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A EYPIA A=t Cancer-related Acute lymphoid leukemia

A 2B A MR Cancer-related Acute megakaryoblastic leukemia

A SMFREEA MR Cancer-related Acute myeloid leukemia

A BRAA Cancer-related Adenocarcinoma

HA BISLIRDIRH A Cancer-related Adenocarcinoma of prostate

A BOBEMNA Cancer-related Adenocarcinoma of stomach

HA IRERERA A Cancer-related Adenoid cystic carcinoma

A BIEREMNA Cancer-related Adrenocortical carcinoma

HA iﬁfi'&@]%&gfﬁ/\/ Cancer-related Adrenocortical carcinoma, hereditary

WA i A A 5 PR Cancer-related Alveolar rhabdomyosarcoma

HA EiRMmaE Cancer-related Astrocytoma

A SERIEAE. BRI Cancer-related Astrocytoma, anaplastic

HA EERFHE ST K4 FES Cancer-related Atypical teratoid/rhabdoid tumor

A BY V/AFERE B M) >/ HE, t(12;21)(p13;922); TEL-AMLL (ETV6-RUNX1) |Cancer-related B lymphoblastic leukemia lymphoma with t(12;21)(p13;922); TEL-AML1 (ETV6-RUNX1)
WA Ny bBE Cancer-related Barrett esophagus

A HEfianA Cancer-related Basal cell carcinoma

A EEMBAANDREZME, 1 Cancer-related Basal cell carcinoma, susceptibility to, 1

A BBt A Cancer-related Bladder carcinoma

A BPE Cancer-related Bone osteosarcoma

A AERHA Cancer-related Breast adenocarcinoma

A EAA . INELNA Cancer-related Breast cancer, lobular

A ANA~NDRBZHE Cancer-related Breast cancer, susceptibility to

A LA Cancer-related Breast carcinoma

A FEHHIA Cancer-related Cancer of cervix

A PR A 1 Cancer-related Cancer of the pancreas 1

A A Cancer-related Carcinoma

A BN A Cancer-related Carcinoma of colon

A BEHA Cancer-related Carcinoma of hagu:

A FEENA Cancer-related Carcinoma of gallbladder

A B A 2 Cancer-related Carcinoma of pancreas 2

A INE RS Cancer-related Childhood ganglioglioma

A REAE Cancer-related Chondrosarcoma

A IREEENARE Cancer-related Choroid plexus carcinoma

A e RN A Cancer-related Chromophobe renal cell carcinoma

A PP =T Cancer-related Chronic lymphocytic leukemia

A B0 BAMAA Cancer-related Clear cell carcinoma of kidney

A XiEHA A Cancer-related Colorectal cancer

A KENAL12, DS Cancer-related Colorectal cancer, susceptibility to, 12

A RIEEHEARE2 Cancer-related Cutaneous malignant melanoma 2

A REEERAEES Cancer-related Cutaneous mali melanoma 3

A RIEEHEAES Cancer-related Cutaneous malignant melanoma 8

A DICER1BS:EMIIE R S iEH A FEREIREE Cancer-related DICER1-related pleuropulmonary blastoma cancer predi ition syndrome
A FiZEMIENA Cancer-related Ductal carcinoma in situ

A + BRI Cancer-related Duodenal stenosis

A ROEEHRRE Cancer-related Dysgerminoma

A FEELA Cancer-related Endometrial cancer

A FEREHLA Cancer-related Endometrial carcinoma

HA FENEBRIABELESMED/N) 7V b Cancer-related Endometrial Endometrioid Adenocarcinoma, Variant with Squamous Differentiation
A 1—4 VAR Cancer-related Ewing sarcoma

A RIEHEAA Cancer-related Familial cancer of breast

A Rt HEBERAA Cancer-related Familial colorectal cancer

A RIEINENA Cancer-related Familial ovarian cancer

A R BELA Cancer-related Familial pancreatic carcinoma

A R m/MRES, BHEELERE Cancer-related Familial platelet disorder with associated myeloid malignancy
A BEMNA2 Cancer-related Gallbladder cancer

A BIRAA - BR)—TE Cancer-related Gastric adenocarcinoma and proximal polyposis of the stomach
A BAA Cancer-related Gastric cancer

A SHLEREES Cancer-related Gastrointestinal stromal tumor

A RO IES Cancer-related Germ cell tumor of testis

A R 5 e Cancer-related Glioblastoma

A HIRBEANDRZHE 1 Cancer-related Glioma susceptibility 1

A SEEEIE FRARIEL +/- 2L R Y-S54 T 4 v EXIRRIE Cancer-related Goiter, multinodular 1, with or without Sertoli-Leydig cell tumors
A 1 iRES Cancer-related Hematologic neoplasm

A AF3FRE Cancer-related Hepatoblastoma

A FFARE A A Cancer-related Hepatocellular carcinoma

A BEMEILAA N ENAEIRER Cancer-related Hereditary breast and ovarian cancer syndrome
A BEENA Cancer-related Hereditary cancer

A BIEENAREEIRE Cancer-related Hereditary cancer-predisposing syndrome

A BEEVFAEELIA Cancer-related Hereditary diffuse gastric cancer

A EiEtE FRHEE & BHiastA Cancer-related Hereditary leiomyomatosis and renal cell cancer
A B ERY R—L REBHIA Cancer-related Hereditary nonpolyposis colon cancer

A EEMEERY K-S X KBS AR Cancer-related Hereditary nonpolyposis colorectal cancer type 4
A EEEERY R—S XAKBAASE Cancer-related Hereditary nonpolyposis colorectal cancer type 5
A EEMEERY R—S X KBS ASE! Cancer-related Hereditary nonpolyposis colorectal cancer type 8
A BEMESEEMINENAEIRE Cancer-related Hereditary site-specific ovarian cancer syndrome
A MEAARRE £ S B m/MRE D Cancer-related Hereditary thrombocytopenia and hematologic cancer predisposition syndrome
A BEHEREEARE Cancer-related High grade surface osteosarcoma

A LEZEMILELNA Cancer-related Infiltrating duct carcinoma of breast

A HEME B BBk H MR Cancer-related Juvenile myelomonocytic leukemia

A BhAA Cancer-related Kidney Carcinoma

A OF - AOgEstA Cancer-related Lip and oral cavity carcinoma

A FiiRASA Cancer-related Lung adenocarcinoma

A fhtA Cancer-related Lung cancer

A fhiASA2 Cancer-related Lung carcinoma

A 1) V\fE Cancer-related Lymphoma

A BRI HRES Cancer-related Malignant germ cell tumor of ovary

A ErEREE Cancer-related Malignant glioma

A EUHESEAE Cancer-related Malignant melanoma of skin

A KEHA Cancer-related Malignant tumor of colon

A BENA Cancer-related Malignant tumor of esophagus

A OEEAA Cancer-related Malignant tumor of floor of mouth

A BSLIREBHHAA Cancer-related Malignant tumor of prostate

A BREENA Cancer-related Malignant tumor of testis

A T2 bILERRE Y 2\ Cancer-related Mantle cell lymphoma

A HtFRATARAEIE S Cancer-related Mediastinal germ cell tumor

A BRI LA Cancer-related Medullary thyroid carcinoma

A B Cancer-related Medulloblastoma

A SRS E Cancer-related Medulloblastoma with extensive nodularity
A RS E Cancer-related Medulloblastoma, desmoplastic

A r23/—= Cancer-related Melanoma

A A5/ —% - R REBERE Cancer-related Melanoma and neural system tumor syndrome
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A *2S5 ) —< - RS AEIER Cancer-related Melanoma-pancreatic cancer syndrome

A A5/ =3, BENANDRERZHE. 10 Cancer-related Melanoma, cutaneous malignant, susceptibility to, 10
A Eirrh R iE Cancer-related Mesothelioma, malignant

A SRAB TR AR/ R AN A Cancer-related Metastatic Prostate Small Cell Carcinoma

A S R Y FIEENAREIREE 2 Cancer-related Mismatch repair cancer syndrome 2

A I AT Y FEENAEIRES Cancer-related Mismatch repair cancer syndrome 3

HA SEMEBHE Cancer-related Multiple myeloma

A ZHERMBCEEERTLER Cancer-related Multiple self-healing squamous epithelioma

A BEIEEEIES Cancer-related Myeloproliferative Neoplasm

A LIREEMNA Cancer-related Nasopharyngeal carcinoma

A IDEEN Cancer-related Neoplasm of brain

A FRAE 3F A R Cancer-related Neuroblastoma

A A% 3F R AE AE 2 Cancer-related Neuroblastoma 2

A tRAE SF AR AE3 Cancer-related Neuroblastoma 3

A E R PZA Cancer-related Non-Hodgkin lymphoma

WA JE/NRRBAT AN A Cancer-related Non-small cell lung cancer

A ZRiEBE Cancer-related Oligodendroglioma

A BT RE-KELA Cancer-related Oligodontia-colorectal cancer syndrome

HA HREE Cancer-related Optic nerve glioma

A SREAA Cancer-related Ovarian cancer

A IREHNA Cancer-related Ovarian carcinoma

A IRERRIE TR A Cancer-related Ovarian Serous Cystadenocarcinoma

HA N B R E FLIERIR D A Cancer-related Ovarian Serous Surface Papillary Adenocarcinoma
WA ERENA. SHRE. BCBENE Cancer-related Palmoplantar carcinoma, multiple self-healing

A BERRAR DN A Cancer-related Pancreatic adenocarcinoma

A FIRBMEiaNA . BEHE Cancer-related Papillary renal cell carcinoma, sporadic

A FRIRERFLEEAN A Cancer-related Papillary thyroid carcinoma

A B R RARA A Cancer-related Parathyroid carcinoma

A WRAHE Cancer-related Pineoblastoma

WA Jol e Cancer-related Pleuropulmonary blastoma

p V) BN A Cancer-related Renal cell carcinoma

A JEFLEEIR B MR AN A Cancer-related Renal cell carcinoma, nonpapillary

HA ZLIBREMAIAA 1 Cancer-related Renal cell carcinoma, papillary, 1

A = EITEABRE S AR RR S Cancer-related Retinoblastoma, trilateral

A AR Cancer-related Rhabdomyosarcoma

A ERHAE. . 2 Cancer-related Rhabdomyosarcoma, embryonal, 2

A Oty MRS ) 7 HEERES Cancer-related Rosette-forming glioneuronal tumor

A PIfE Cancer-related Sarcoma

HA |EUFERA Y R— D DA ERE Cancer-related Sessile serrated polyposis cancer syndrome

A INERRHAS A Cancer-related Small cell lung carcinoma

HA EEEEEtEs / —< Cancer-related Spermatocytic seminoma

A BEEHRTELENA Cancer-related Squamous cell carcinoma of the head and neck
A BERFELEMNA Cancer-related Squamous cell carcinoma of the skin

A MRELENA Cancer-related Squamous cell lung carcinoma

A FERERRFARIRAN A2 Cancer-related Thyroid cancer, nonmedullary, 2

A FIRERH A Cancer-related Thyroid carcinoma

HA FRIERDMEAA Cancer-related Thyroid gland undifferentiated (anaplastic) carcinoma
A BERBIT ERAA Cancer-related Transitional cell carcinoma of the bladder

HA ) TILRHAT 4 TUANA Cancer-related Triple-Negative Breast Cancer Finding

A EOMEEZ AR Cancer-related Undifferentiated pleomorphic sarcoma

A BBt A2 Cancer-related Urinary bladder cancer

A FENAAE Cancer-related Uterine Carcinosarcoma

A SEMN A FLIRE Cancer-related Vulvar adenocarcinoma of mammary gland type
A DA INLRERL Cancer-related Wilms tumor 1

A 4 \LLRERE Cancer-related Wilms tumor 6

HA D 1 IVLRIES, BALEAE, RETEREE, B EER (WAGR) fEf&# |Cancer-related Wilms tumor, aniridia, genitourinary anomalies, and mental retardation syndrome
A 2R MREZME Cancer-related Leukemia, acute myeloid, susceptibility to

A BZ - BREOERFHSEERHUTFARELA Cancer-related Gastric cancer, familial diffuse, and cleft lip with or without cleft palate
A B RREEEERBIERNA Cancer-related Primary low grade serous adenocarcinoma of ovary
A KL ABEEZMYE Cancer-related Colorectal cancer, protection against

A INRIERIB R G A A Cancer-related Adrenocortical carcinoma, pediatric

A BRHEMREREL BT LM BHESNE Cancer-related Myelodysplastic syndrome progressed to acute myeloid leukemia
A Ay VRN A M B Bk B s Cancer-related Acute megakaryoblastic leukemia in down syndrome
A 2 VR mERZNE 3 Cancer-related Leukemia, acute lymphoblastic, susceptibility to, 3
A SREEBNA Cancer-related Malignant tumor of sigmoid colon

A ADAB LU/ L IEIENA Cancer-related Breast and/or ovarian cancer

A HAAAB LUVKRBNARZHE Cancer-related Breast and colorectal cancer, susceptibility to

A PN Cancer-related Cerebellar cyst

A RIEHELA - BBEMAREIREE 3 Cancer-related Breast-ovarian cancer, familial 3

A BIFRIRARIE., AMRER Cancer-related Parathyroid adenoma, somatic

nh L REIMEAA, KiffER Cancer-related OVARIAN CANCER, EPITHELIAL, SOMATIC

A B U I /\FERMERME/ ) 2/ NE - SEREER Cancer-related B lymphoblastic leukemia lymphoma, no ICD-O subtype
A LA 4 Cancer-related Pancreatic cancer 4

A ENTaRTNTHESS SRENS BIEHEE 1AZ Cancer-related MULTIPLE ENDOCRINE NEOPLASIA, TYPE IIA, WITH HIRSCHSPRUNG DISEASE
A EEHIHLA Cancer-related Breast cancer, early-onset

A KEENA 1 Cancer-related Colorectal cancer 1

A DA E L UXEHA Cancer-related Breast and colorectal cancer

A BBROILENA Cancer-related Renal transitional cell carcinoma

A BISLARO A, RHERESR Cancer-related Prostate cancer, somatic

A FrMERIS S &£ - - BHEAA Cancer-related Renal cell carcinoma with paraneoplastic erythrocytosis
A RIALIRDABRZ M Cancer-related Prostate cancer, susceptibility to

A REBLEEANSAICES REEH. KERZER Cancer-related Epidermal nevus with urothelial cancer, somatic
A KENARZHE Cancer-related Colorectal cancer, susceptibility to

NA KN A 10 Cancer-related Colorectal cancer 10

A RELGAEDE Cancer-related Large fleshy ears

A CHEK2BE:EM A BZ Cancer-related CHEK2-Related Cancer Susceptibility

HA RIEEELA - BN AREIRE 4 Cancer-related Breast-ovarian cancer, familial 4

A Rt L BRI EES Cancer-related Gastrointestinal stromal tumor, familial

A BN A 3 Cancer-related Pancreatic cancer 3

A BEmEERZY Cancer-related Pheochromocytoma, susceptibility to

A IS R IR BERR AN A Cancer-related Thyroid carcinoma, sporadic medullary

A FHERHEAE - BRMAL. Rin/HEE 4 Cancer-related Pulmonary fibrosis and/or bone marrow failure, telomere-related, 4
A BEEERY K- AKBHAE Cancer-related Hereditary nonpolyposis colorectal cancer type 6
A HEMINA KRS 7 Cancer-related Basal cell carcinoma, susceptibility to, 7

A BEEERY B— AEXBHIA Cancer-related Hereditary nonpolyposis colorectal carcinoma

A EEMEIRENA Cancer-related Hereditary ovarian carcinoma

A BEAA 2 Cancer-related Pancreatic cancer 2

A LT A Cancer-related Malignant tumor of ascending colon

HFOEE B RE /8y e Rare diseases Abetalipoproteinaemia

HOEE BB B RE Rare diseases Achondroplasia

HOEE BERECRA O T4 — Rare diseases Adrenoleukodystrophy

BORE FIE=XL Rare diseases Albinism

VKRR a-FPUF )TV URZE Rare diseases Alpha-1-antitrypsin deficiency

HFOKE AlportfEf& B Rare diseases Alport syndrome

HBLERE HEMREAIREILE Rare diseases Amyotrophic lateral sclerosis

HFOKE TR VERE Rare diseases Angel syndrome
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FOEE BIEREREFE Rare diseases Anterior segment dysgenesis

BORE BAETRMEHM Rare diseases Aplastic anemia

HOEE TAG/MARIE Rare diseases Asplenia

HOEE BEREREIFEEEREE 17 Rare diseases Autosomal dominant nonsyndromic deafness 17
FOESE KBNS RE S 22 Rare diseases Autosomal dominant nonsyndromic deafness 22
HVRE EREREEIFFREREE A Rare diseases Autosomal dominant nonsyndromic deafness 2A
FOESE EiraAENIESEEHE6 Rare diseases Autosomal dominant nonsyndromic deafness 6
HVRE Blau fE{REE Rare diseases Blau syndrome

VKRB Budd-Chiari E{RE Rare diseases Budd-Chiari syndrome

FORE i - BB - RISEE(REE Rare diseases Cardio-facio-cutaneous syndrome

FOEE h—=—1H8& Rare diseases Carney complex

HVRE Cenani-Lenz syndactyly SE{&EE Rare diseases Cenani-Lenz syndactyly syndrome

HORE NP A Y S B Rare diseases Cerebellar ataxia

ROES RETHE L QENEEE S B2E AN Rare diseases ::vegzbzralarteriopathy,autosomaldominant, with subcortical infarcts and leukoencephalopathy,
HVRE RETEELOBERNEZF S NELEREEEEEEIREILAE Rare diseases Cerebral autosomal dominant arteriopathy with subcortical infarcts and leukoencephalopathy
RS RETEEL QERMEEE S WE LB AEEIIELE 18 Rare diseases fvepr:blralautosomaldominant arteriopathy with subcortical infarcts and leukoencephalopathy
VKRB o L7 F o RZEEE Rare diseases Cerebral creatine deficiency syndrome

HFORE Charcot-Marie-Tooth 5% Rare diseases Charcot-Marie-Tooth disease

HORE Charcot-Marie-Tooth #& - BEZEH K Rare diseases Charcot-Marie-Tooth disease and deafness

HVRE Charcot-Marie-Tooth J5. BHZFRE! 2 C Rare diseases Charcot-Marie-Tooth disease axonal type 2C

VKRB Charcot-Marie-Tooth . $h% % 2F Rare diseases Charcot-Marie-Tooth disease axonal type 2F

HVRE Charcot-Marie-Tooth J5. BHZFRE! 2K Rare diseases Charcot-Marie-Tooth disease axonal type 2K

HORE Charcot-Marie-Tooth 5. B4, RIE!d Rare diseases Charcot-Marie-Tooth disease dominant intermediate d
HVRE Charcot-Marie-Tooth j%2B%! Rare diseases Charcot-Marie-Tooth disease type 2B

VKRB Charcot-Marie-Tooth §& 2 B1%! Rare diseases Charcot-Marie-Tooth disease type 2B1

HORE Charcot-Marie-Tooth %5 2 B2E! Rare diseases Charcot-Marie-Tooth disease type 2B2

VKRB Charcot-Marie-Tooth §& 2 D&! Rare diseases Charcot-Marie-Tooth disease type 2D

HORE Charcot-Marie-Tooth %5 2 E&! Rare diseases Charcot-Marie-Tooth disease type 2E

VKRB Charcot-Marie-Tooth 3% 2 %! Rare diseases Charcot-Marie-Tooth disease type 2!

HOERE Charcot-Marie-Tooth 5% 2 J&! Rare diseases Charcot-Marie-Tooth disease type 2J

HUKRE Charcot-Marie-Tooth & 2 PE! Rare diseases Charcot-Marie-Tooth disease type 2P

HOERE Charcot-Marie-Tooth #&4%! Rare diseases Charcot-Marie-Tooth disease type 4

VKRB Charcot-Marie-Tooth %5, BZFE!, 2V Rare diseases Charcot-Marie-Tooth disease, axonal type 2V
HOERE Charcot-Marie-Tooth 5. #hF%RE!, 2x# Rare diseases Charcot-Marie-Tooth disease, axonal type 2X

VKRB Charcot-Marie-Tooth J& . EHEEALHE, 2A8% Rare diseases Charcot-Marie-Tooth disease, axonal, autosomal recessive, type 2A2B
HOERE Charcot-Marie-Tooth J&. 2DDE! Rare diseases Charcot-marie-tooth disease, axonal, type 2DD
HUKRE Charcot-Marie-Tooth J& ., 2EER! Rare diseases Charcot-Marie-Tooth disease, axonal, type 2EE
HOERE Charcot-Marie-Tooth J& . 20% Rare diseases Charcot-Marie-Tooth disease, axonal, type 20
VKRB Charcot-Marie-Tooth J& ., 2 Q% Rare diseases Charcot-Marie-Tooth disease, axonal, type 2Q
HOERE Charcot-Marie-Tooth J&. 2RE Rare diseases Charcot-Marie-Tooth disease, axonal, type 2R
VKRB Charcot-Marie-Tooth J& ., 2 5% Rare diseases Charcot-Marie-Tooth disease, axonal, type 25
HOERE Charcot-Marie-Tooth J&. 2TH Rare diseases Charcot-Marie-Tooth disease, axonal, type 2T
VKRB Charcot-Marie-Tooth J& . 2U% Rare diseases Charcot-Marie-Tooth disease, axonal, type 2u
HOERE Charcot-Marie-Tooth J&. 2wWH Rare diseases Charcot-Marie-Tooth disease, axonal, type 2w
HUKRE Charcot-Marie-Tooth J& ., 2z% Rare diseases Charcot-Marie-Tooth disease, axonal, type 2z
HOERE Charcot-Marie-Tooth J&. 1b® Rare diseases Charcot-Marie-Tooth disease, demyelinating, type 1b
VKRB Charcot-Marie-Tooth J& ., 1dH Rare diseases Charcot-Marie-Tooth disease, demyelinating, type 1d
HOERE Charcot-Marie-Tooth J&. 18 Rare diseases Charcot-Marie-Tooth disease, demyelinating, type 1f
VKRB Charcot-Marie-Tooth J& ., 1GE Rare diseases Charcot-Marie-Tooth disease, demyelinating, type 1G
HOERE Charcot-Marie-Tooth J&. . 4FR Rare diseases Charcot-Marie-Tooth disease, demyelinating, type 4F
VKRB Charcot-Marie-Tooth J&. &1, HRE. B Rare diseases Charcot-Marie-Tooth disease, dominant intermediate B
HOERE Charcot-Marie-Tooth &, B, SRR, E Rare diseases Charcot-Marie-Tooth disease, dominant intermediate E
HUKRE Charcot-Marie-Tooth #5. . HRI%E. F Rare diseases Charcot-Marie-Tooth disease, dominant intermediate F
HOERE Charcot-Marie-Tooth &, &M, T, 6 Rare diseases Charcot-Marie-Tooth disease, dominant intermediate G
BORE Charcot-Marie-Tooth . %1%, HREIA Rare diseases Charcot-Marie-Tooth disease, recessive intermediate A
HOERE Charcot-Marie-Tooth f&. %1, FREEIC Rare diseases Charcot-Marie-Tooth disease, recessive intermediate c
FHOEE Charcot-Marie-Tooth J&. 1 CE! Rare diseases Charcot-Marie-Tooth disease, type 1C

HOERE Charcot-Marie-Tooth &, 2% Rare diseases Charcot-Marie-Tooth disease, type 2

FHOEE Charcot-Marie-Tooth &, 2 A2A%! Rare diseases Charcot-Marie-Tooth disease, type 2A2A

HOERE Charcot-Marie-Tooth &, 2 L% Rare diseases Charcot-Marie-Tooth disease, type 2L

FHOEE Charcot-Marie-Tooth &, 2 NE! Rare diseases Charcot-Marie-Tooth disease, type 2N

HOERE Charcot-Marie-Tooth &, 4 A%Y Rare diseases Charcot-Marie-Tooth disease, type 4A

FHOEE Charcot-Marie-Tooth J&. 4 B1%Y Rare diseases Charcot-Marie-Tooth disease, type 4B1

HOERE Charcot-Marie-Tooth &, 4 B2/ Rare diseases Charcot-Marie-Tooth disease, type 4B2

FHOEE Charcot-Marie-Tooth J&. 4 B3 Rare diseases Charcot-Marie-Tooth disease, type 4B3

HOERE Charcot-Marie-Tooth #&. 4 CE! Rare diseases Charcot-Marie-Tooth disease, type 4C

FHOEE Charcot-Marie-Tooth J&. 4 D&! Rare diseases Charcot-Marie-Tooth disease, type 4D

HOERE Charcot-Marie-Tooth &, 4 HE! Rare diseases Charcot-Marie-Tooth disease, type 4H

FHOEE Charcot-Marie-Tooth J&. 4 J&! Rare diseases Charcot-Marie-Tooth disease, type 4J

HOERE Charcot-Marie-Tooth &, 4 K&! Rare diseases Charcot-Marie-Tooth disease, type 4k

FHOEE Charcot-Marie-Tooth J&. 15! Rare diseases Charcot-Marie-Tooth disease, type |

HOERE Charcot-Marie-Tooth &, IA%! Rare diseases Charcot-Marie-Tooth disease, type IA

BORE Charcot-Marie-Tooth . XFE{AEIE 6 Rare diseases Charcot-Marie-Tooth disease, X-linked dominant, 6
HOERE Charcot-Marie-Tooth 5, Xi&#E§H% 1, & Rare diseases Charcot-Marie-Tooth disease, X-linked recessive, type 5
FHOEE Charcot-Marie-Tooth fH§Z[EE X,1% Rare diseases Charcot-Marie-Tooth Neuropathy X Type 1

HORE F v — DRE(RE Rare diseases CHARGE association

FHOEE AMAMEREES BRR Rare diseases Choreoacanthocytosis

HOERE b U RBE Rare diseases Citrin deficiency

BORE T by idE Rare diseases Citrullinemia

HOERE Cockayne E{ZEE Rare diseases Cockayne syndrome

HFOERE Coffin-Lowry SE{REE Rare diseases Coffin-Lowry syndrome

VKRR Coffin-Siris E{ZEE Rare diseases Coffin-Siris syndrome

HFOKE AS—=45VIEEIA/F— Rare diseases Collagen Vl-related myopathy

HOEE REEBRENL=T Rare diseases Congenital diaphragmatic hernia

HOBEE RXMFRMERERTLHER M Rare diseases Congenital dyserythropoietic anemia

HFOEE RRMRBE Rare diseases Congenital ichthyosis of skin

HOBEE KRR ENERE Rare diseases Congenital myasthenic syndrome

HOEE RREHENEIREEL2 Rare diseases Congenital myasthenic syndrome 12

HOBEE RRMUHENEREL Rare diseases Congenital myasthenic syndrome 13

HOEE R EANEIRELA Rare diseases Congenital myasthenic syndrome 1A

HFOKE KRMERENEIREAC Rare diseases Congenital myasthenic syndrome 4C

HOEE T2 J5 S PERMAREGENERE Rare diseases Congenital myasthenic syndrome, acetazolamide-responsive
HOBEE FERERE TG S A/ F— Rare diseases Congenital myopathy with fiber type disproportion
HOEE BRBHBDBOEES EREI A/ SF— Rare diseases Congenital myopathy with reduced type 2 muscle fibers
HOBEE AR/NAREEORRMEBLAEZES EXMREHRES Rare diseases Congenital sensory neuropathy with selective loss of small myelinated fibers
BLOERE e Rare diseases Connective tissue disease

HOEKE AESAFOT4— Rare diseases Corneal dystrophy

HOEE Kb R B E R Rare diseases Cortical dysplasia

HFOKE ORT OEEE Rare diseases Costello syndrome

HOEE gV —V VIR Rare diseases Crouzon syndrome

BORE BRERHE Rare diseases Cystic fibrosis

HOEE S RF VR Rare diseases Cystinuria

BORE 2 U Rare diseases Danon disease

HBLERE BEEE Rare diseases Deafness

HFOKE BEEE AR Rare diseases Deafness and myopia
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FOEE HEE - O P 7ERE Rare diseases Deafness dystonia syndrome

HOEE INELIE B & NS (LAMM) Z 4 5 e R P SEEE Rare diseases Deafness with labyrinthine aplasia microtia and microdontia (LAMM)
HOEE BEEE - TITE Rare diseases Deafness-infertility syndrome

BORE B BRAKEE— Rare diseases Deafness, autosomal dominant 1

VKRB ik EREAKEBHE—10 Rare diseases Deafness, autosomal dominant 10

HORE B BRAKREE—1 1 Rare diseases Deafness, autosomal dominant 11

VKRB ik EREAREE—12 Rare diseases Deafness, autosomal dominant 12

HORE B BREEKEE—13 Rare diseases Deafness, autosomal dominant 13

VKRB ik EREKEHE—15 Rare diseases Deafness, autosomal dominant 15

HORE B BRAKELE—16 Rare diseases Deafness, autosomal dominant 16

VKRB ik EREAKEHE—20 Rare diseases Deafness, autosomal dominant 20

HORE B EREFREHE—23 Rare diseases Deafness, autosomal dominant 23

HORE B EHEHR —25 Rare diseases Deafness, autosomal dominant 25

HORE %9 MELDLGVEEBE, LA KENE34 Rare diseases Deafness, autosomal dominant 34, with or without inflammation
KSR B ELEKENE36 Rare diseases Deafness, autosomal dominant 36

HFORE i BREEREHE-37 Rare diseases Deafness, autosomal dominant 37

FOEER B e f—3a Rare diseases Deafness, autosomal dominant 3a

HFORE i HEEEFRERE—3b Rare diseases Deafness, autosomal dominant 3b

HORE B HEHEHR —4 Rare diseases Deafness, autosomal dominant 4

HFORE i BREH —5 Rare diseases Deafness, autosomal dominant 5

FHOEER B e —64 Rare diseases Deafness, autosomal dominant 64

FORE i EREKRENE—65 Rare diseases Deafness, autosomal dominant 65

HORE B HEHEHR —80 Rare diseases Deafness, autosomal dominant 80

FORE i EREKREE—9 Rare diseases Deafness, autosomal dominant 9

KSR B ARG HE-102 Rare diseases Deafness, autosomal recessive 102

FORE i BRAEKRSMH-109 Rare diseases Deafness, autosomal recessive 109

FOEE B AL E-111 Rare diseases Deafness, autosomal recessive 111

FORE i BREKSHE-114 Rare diseases Deafness, autosomal recessive 114

FHOEER B EEEKSME-115 Rare diseases Deafness, autosomal recessive 115

FORE i BREKSE-116 Rare diseases Deafness, autosomal recessive 116

FORE B BEEELHE12 Rare diseases Deafness, autosomal recessive 12

HORE i BREASM-16 Rare diseases Deafness, autosomal recessive 16

FORE BEEELELS Rare diseases Deafness, autosomal recessive 18

FORE BRBASME-18b Rare diseases Deafness, autosomal recessive 18b

HOEE EEEELHE—1a Rare diseases Deafness, autosomal recessive 1A

HORE BREALME—1b Rare diseases Deafness, autosomal recessive 1b

HOEE EEEELHE—2 Rare diseases Deafness, autosomal recessive 2

HORE BREASME—2 1 Rare diseases Deafness, autosomal recessive 21

FOEE BEEELHE—22 Rare diseases Deafness, autosomal recessive 22

HORE BREASME—23 Rare diseases Deafness, autosomal recessive 23

HOEE BEEERLHE—24 Rare diseases Deafness, autosomal recessive 24

HORE BREALME—25 Rare diseases Deafness, autosomal recessive 25

HOEE EEEERLHE—26 Rare diseases Deafness, autosomal recessive 26

HORE BREASMHE—28 Rare diseases Deafness, autosomal recessive 28

HOEE EEEELHE—29 Rare diseases Deafness, autosomal recessive 29

FORE BREASME—3 Rare diseases Deafness, autosomal recessive 3

FOEE EEEELHE—30 Rare diseases Deafness, autosomal recessive 30

FORE BREASMHE—32 Rare diseases Deafness, autosomal recessive 32

HOEE EEEERLHE—35 Rare diseases Deafness, autosomal recessive 35

HORE EBEEALHE—3 6 +/HIERE Rare diseases Deafness, autosomal recessive 36, with or without vestibular involvement
HOEE EEEFRLHE—37 Rare diseases Deafness, autosomal recessive 37

HOERE EEEASHE—4. +RIEKES Rare diseases Deafness, autosomal recessive 4, with enlarged vestibular aqueduct
FHOEE EEEELHE—42 Rare diseases Deafness, autosomal recessive 42

HOERE EEEEEE—49 Rare diseases Deafness, autosomal recessive 49

FOEE EEEFRLHE—53 Rare diseases Deafness, autosomal recessive 53

FORE BREKSMHE—57 Rare diseases Deafness, autosomal recessive 57

BORE WRERLHE—59 Rare diseases Deafness, autosomal recessive 59

HOERE EEEkLHE—6 Rare diseases Deafness, autosomal recessive 6

BORE WRERLHE—6 1 Rare diseases Deafness, autosomal recessive 61

HOERE EEEELE—63 Rare diseases Deafness, autosomal recessive 63

BORE HREERLHE—66 Rare diseases Deafness, autosomal recessive 66

HOERE EEEkLE—67 Rare diseases Deafness, autosomal recessive 67

BORE BRERSHE—7 Rare diseases Deafness, autosomal recessive 7

HOERE EEEESHE—70 Rare diseases Deafness, autosomal recessive 70

BORE WRERLHE—7 4 Rare diseases Deafness, autosomal recessive 74

HOERE EEEEEHE—77 Rare diseases Deafness, autosomal recessive 77

BORE WRERSHE—8 Rare diseases Deafness, autosomal recessive 8

HORE BREASME—84 Rare diseases Deafness, autosomal recessive 84

BORE BRERLHE—84b Rare diseases Deafness, autosomal recessive 84b

HOERE EEEAELE—86 Rare diseases Deafness, autosomal recessive 86

BORE BEERLHE—89 Rare diseases Deafness, autosomal recessive 89

HOERE EEEALHE—9 Rare diseases Deafness, autosomal recessive 9

BORE WRERLHE—93 Rare diseases Deafness, autosomal recessive 93

HORE BREASME—04 Rare diseases Deafness, autosomal recessive 94

BORE BRERLHE—97 Rare diseases Deafness, autosomal recessive 97

HOERE Rare diseases Deafness, congenital, and adult-onset progressive leukoencephalopathy
BORE Rare diseases Deafness, X-linked 1

HOERE Rare diseases Deafness, X-linked 2

BORE Rare diseases Deafness, X-linked 4

HOERE BEHEE XEHE—5 Rare diseases Deafness, X-linked 5

BORE FAXEVR - TS5vH 7 HM Rare diseases Diamond-Blackfan anemia

HOERE CRAR=T Rare diseases Dystonia

HFOERE KHEREEE Rare diseases Early infantile epileptic encephalopathy with suppression bursts
HFOEE BHSA Y O =—hNE Rare diseases Early myoclonic encephalopathy

FOEE VSV YY) I—FR - SO OREEE2E Rare diseases Ehlers-Danlos syndrome classic type 2

HOEE I—SR - AUOREEBEEMBELR Rare diseases Ehlers-Danlos syndrome dermatosparaxis type
HFOEE tenascin- XRIBAICL DI —F R - F U ORERE Rare diseases Ehlers-Danlos syndrome due to tenascin-X deficiency
HORE EATHEBEHAIEE. SA/N— HEEHESI TSR - FUORERE |Rare diseases Ehlers-Danlos syndrome with progressive kyphoscoliosis, myopathy, and hearing loss
HOEE I—SR - ZAUOREERE. SREMHMBE 1 Rare diseases Ehlers-Danlos syndrome, arthrochalasia type, 1
HOEKE I—S5R - AUOREERE. SHREHMER2 Rare diseases Ehlers-danlos syndrome, arthrochalasia type, 2
HFOEE I—5R - FUOREFRBOEFEER Rare diseases Ehlers-Danlos syndrome, cardiac valvular type
HFOKE I—SR-AUOREBRBEISTY Rare diseases Ehlers-Danlos syndrome, classic type

HOEE I—SR-SAUORERBIS T Rare diseases Ehlers-Danlos syndrome, classic type |

HOEKE I—SR-SAUORERBEISVVIR2 Rare diseases Ehlers-Danlos syndrome, classic-like, 2
HFOEE I—SR-FUOREEE. EFOXFIYIURZIE Rare diseases Ehlers-Danlos syndrome, hydroxylysine-deficient
HOEKE I—5R - AUORERE HiMEE Rare diseases Ehlers-Danlos syndrome, musculocontractural type
HOEE I—5R - FUOREFHEEE 1 Rare diseases Ehlers-Danlos syndrome, periodontal type, 1
HOBEE I—S5R - AUOREERBRERE2 Rare diseases Ehlers-Danlos syndrome, periodontal type, 2
HFOEE I—SR-FAUORERBEEMEE 2 Rare diseases Ehlers-Danlos syndrome, progeroid type, 2
HFOKE I—S5R - AUOREBRBEHERBRERA Rare diseases Ehlers-Danlos syndrome, spondylodysplastic type, 1
HOEE I—5R - FUOREFREE Rare diseases Ehlers-Danlos syndrome, type 3

HFOKE I—S5R - AUORERERREDER Rare diseases Ehlers-Danlos syndrome, type 4

HOEE IVRIL—FrZEFILIYVIRTS—ERIEE Rare diseases Endplate acetylcholinesterase deficiency
BORE RiktEhiEs Rare diseases Familial Mediterranean fever

HBLERE J7ra=—Hm Rare diseases Fanconi anemia

HFOKE MESEXEREE Rare diseases Fragile X syndrome
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HOEE Bl BE{RIBE R SR ANAE Rare diseases Frontotemporal dementia
BORE H5H b—RifE Rare diseases Galactosemia
VKRB Galloway-MowatfiE & & Rare diseases Galloway-Mowat syndrome
HOEE HRA Rare diseases Glycogen storage disease
FHOEE HERHO,FHA Rare diseases Glycogen storage disease 0, muscle
HVRE FILOA—R-6-TA R T 72— RIBJE AR & D HERF Rare diseases Glycogen storage disease due to glucose-6-phosphatase deficiency type IA
FHOKE ) a—4 U aRBERRIBEICK 2ERR Rare diseases Glycogen storage disease due to hepatic glycogen synthase deficiency
HVRE HEERIXpE! Rare diseases Glycogen storage disease IXb
VKRB FERAIXCEL Rare diseases Glycogen storage disease IXc
HVRE HEERIXIE Rare diseases Glycogen storage disease IXd
FOEE B LR EEERE Rare diseases Glycogen storage disease of heart, lethal congenital
HVRE HEERINE Rare diseases Glycogen storage disease type IIl
VKRB HERAIXa1 R Rare diseases Glycogen storage disease type IXal
HORE HEEmHXE Rare diseases Glycogen storage disease type X
HOEE HEBEXVE Rare diseases Glycogen storage disease XV
HVRE HEERIE Rare diseases Glycogen storage disease, type |
HOEE HEEREVE Rare diseases Glycogen storage disease, type IV
HVRE HEEREVE Rare diseases Glycogen storage disease, type V.
HOEE HEEREVIE Rare diseases Glycogen storage disease, type VI
HVRE HEEREVIE Rare diseases Glycogen storage disease, type VII
HORE BF 0L miE Rare diseases Hawkinsinuria
HVRE FEIERE Rare diseases Hemimegalencephaly
FHOKE B X704 FEES VFEAEBBERE Rare diseases Hereditary diffuse leukoencephalopathy with spheroids
HVRE SRR - EEEE Rare diseases Hereditary hearing loss and deafness
KSR BTV EEAE Rare diseases Hereditary insensitivity to pain with anhidrosis
HVRE HRESRF URE Rare diseases Homocystinuria
P REVRAF URE-ERFEREAM, /35 3 DRBEEICLS, cblG . Homocystinuria-Megaloblastic anemia due to defect in cobalamin metabolism, cblE
DIREB Rare diseases .
FEAHEY complementation type
FHOEER RESRF UREE,cbIDE., FE1 Rare diseases Homocystinuria, cbID type, variant 1
FORE B3 LATH—/LIE Rare diseases Hypercholesterolaemia
FHOEE BEXEDERAE Rare diseases Hypertrophic cardiomyopathy
HOERE {EB ) AREH ME Rare diseases Hypobetalipoproteinemia
FOEE BHRR 77 2 —HE M Rare diseases Hypophosphatasia
HOERE EMER REIREE Rare diseases Hypoplastic left heart syndrome
FOEE A Rare diseases Ichthyosis
HOERE RETE Rare diseases Immunodeficiency
HOEE BIEEAE Rare diseases Intestinal pseudo-obstruction
HOERE D aR— LEEIRE Rare diseases Joubert syndrome
FOEE U aR—VE R SR E Rare diseases Joubert syndrome and related disorders
HOERE S 2 R— )VIEIR B+ R R RTARHEIE Rare diseases Joubert syndrome with hepatic defect
Sa~R— =
HORE ;;;m;;#gﬁ;r%%b Spah EDBROERY Rare diseases Joubert syndrome with Jeune asphyxiating thoracic dystrophy
HORE :i;igggg%ﬁ;éﬁﬁgz??’ B, EHETEERT L Rare diseases Joubert syndrome with ocular defect
FHOEE REEAEIREE Rare diseases Kabuki syndrome
HOERE Kosaki & IBIEREE Rare diseases Kosaki overgrowth syndrome
FHOEE L/ vHY R HR M—EEE Rare diseases Lennox-Gastaut syndrome
HOERE RERAEHEAE Rare diseases Lipoatrophy
FOEE YRSZA O T4 — Rare diseases Lipodystrophy
HOERE SBRNAE Rare diseases Lissencephaly
FOEE BERCAROT 44— Rare diseases Macular dystrophy
HOERE A—=TLoy TRE Rare diseases Maple syrup urine disease
VKRB Mcleod Za—HF7H Y YA b= REREE Rare diseases McLeod neuroacanthocytosis syndrome
HOERE B KSRt Rare diseases Megacystis
FHOEE AL SVREREE Rare diseases Meretoja syndrome
FORE AFILT O EME Rare diseases Methylmalonic acidemia
BORE ShaVKYTR Rare diseases Mitochondrial diseases
HOERE Mowat-WilsonfiE & B¢ Rare diseases Mowat-Wilson syndrome
FHOEE SRMEMRE Rare diseases Multiple system atrophy
HOERE B AT 4— Rare diseases Muscular dystrophy
FHOEE IAYE—XX Rare diseases Myoclonus
HOERE A EAE Rare diseases Myotonia
FHOEE MBS BERE Rare diseases Nail-patella syndrome
HOERE B PR ERIE Rare diseases Nephrogenic diabetes insipidus
HOEE =7 Rare diseases Nephronophthisis
HOERE R 7 O—UERE Rare diseases Nephrotic syndrome
HOEE BRI )FUE Rare diseases Neuroferritinopathy
HORE HIBRAENE Rare diseases Neurofibroma
HOEE Fy b= RS ) LU MmE Rare diseases Non-ketotic hyperglycinemia
HOERE I EEEE, IS Rare diseases Nonsyndromic hearing loss and deafness
FHOEE X—F VR Rare diseases Noonan syndrome
HORE BRIREE 7 I E=X L Rare diseases Oculocutaneous albinism
FHOEE RERER R Rare diseases Optic nerve hypoplasia
HOERE BHEETES Rare diseases Osteogenesis imperfecta
HOEE BRBET 128 Rare diseases o] is imperfecta type 12
HOERE BEET SsHI Rare diseases Osteogenesis imperfecta type 5
FHOEE BEERF 78 Rare diseases 0: is imperfecta type 7
HOERE BEET gHl Rare diseases Osteogenesis imperfecta type 8
FHOEE BEERF 18 Rare diseases 0: is imperfecta type |
HOERE BEET 3% Rare diseases Osteogenesis imperfecta type Il
FHOEE BERF . EEAIE. B Rare diseases 0: is imperfecta with normal sclerae, dominant form
HOERE BEET . SRR Rare diseases Osteogenesis imperfecta, recessive perinatal lethal
HFOERE BEEFEEeE Rare diseases Osteogenesis imperfecta, type VI
HOEE BHEETEEIR Rare diseases Osteogenesis imperfecta, type XI
HFOKE BERFEEIE Rare diseases Osteogenesis imperfecta, type xiii
HOEE BEETLEISE Rare diseases Osteogenesis imperfecta, type xv
HFOEE BERFEELIE Rare diseases Osteogenesis imperfecta, type xvi
HOEE BHEEE Rare diseases Osteopetrosis
HOBEE EEMRBAE/OEVRE Rare diseases Paroxysmal nocturnal hemoglobinuria 1
HOEE B A AR AR Rare diseases Periodic paralysis
HOEKE RWAFOV—LERERE Rare diseases Peroxisome biogenesis disorders
HFOEE Perry JE{REE Rare diseases Perry syndrome
HFOKE PeifferfE &2 Rare diseases Pfeiffer syndrome
HOEE T =)V b URE Rare diseases Phenylketonuria
BORE fEETTE S RBAR, NRE Rare diseases Polyarteritis nodosa, childhoood-onset
HFOEE % /NI [E], +/- 10 B P Ehlers-Danlos SE{&EE Rare diseases Polymicrogyria with or without vascular-type ehlers-danlos syndrome
HOBEE ZFE=-—a1—0O/F— Rare diseases Polyneuropathy
VKRR Prader-Willi SE{ZEE Rare diseases Prader-Willi syndrome
HOEKE BHEMEGRESRS Rare diseases Primary immunodeficiency
HFOEE ETHEREERRAEH S oBE Rare diseases Progressive familial intrahepatic cholestasis
HFOKE J0EA UBImE Rare diseases Propionic acidemia
HOEE R FARAREEEIE TR Rare diseases Pseudohypoparathyroidism
BORE iR REREE Rare diseases Pseudoxanthoma elasticum
HOEE JiidicE4=End Rare diseases Pulmonary alveolar proteinosis
HFOKE T ENAR 14 B = I Rare diseases Pulmonary arterial hypertension
HOEE ZER R Rare diseases Renal hypoplasia
HOBEE MR ED SR Rare diseases Restrictive cardiomyopathy
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HOEE BEE Rare diseases Retinitis pigmentosa
HOEE IR Rare diseases Retinitis pigmentosa 10
HOEE BEE Rare diseases Retinitis pigmentosa 11
HOEE IR Rare diseases Retinitis pigmentosa 15
FHOEE BEE Rare diseases Retinitis pigmentosa 2
HVRE B Rare diseases Retinitis pigmentosa 38
FHOEER BEE Rare diseases Retinitis pigmentosa 56
HVRE B Rare diseases Retinitis pigmentosa 88
KSR BEE Rare diseases Retinitis pigmentosa 90
HVRE B JiE - MR /N IR M BRAE Rare diseases Retinitis pigmentosa and erythrocytic microcytosis
HORE WBIEEREE BRREE Rare diseases Retinitis pigmentosa with or without skeletal anomalies
HVRE Rett SEAREF Rare diseases Rett syndrome
FHOKEE ORLY R - LY UREERE Rare diseases Rothmund-Thomson syndrome
HORE IWEVREA Y - TA EEBRE Rare diseases Rubinstein-Taybi syndrome
KSR YL VH U EERE Rare diseases Sarcoglycanopathy
HVRE BEHEE Rare diseases Sensorineural hearing loss
FOEER EEHEARETRE Rare diseases Severe combined immunodeficiency disease
HFORE ¥ bR T E—)LE Rare diseases Sitosterolemia
VKRB Smith-MagenisjE & & Rare diseases Smith-Magenis syndrome
HVRE BHMEHERE Rare diseases Spinal muscular atrophy
FHOEER SRE A Rare diseases Spinal rigidity
HVRE BHEERRI—5R - 4 O RERBEE Rare diseases Spondylocheirodysplasia, Ehlers-Danlos syndrome-like
VKRB Sturge-Weber JE{ZEE Rare diseases Sturge-Weber syndrome
HVRE SHUT) T M—TR/ZHHHMLIRE Rare diseases Systemic lupus erythematosus
KSR METLRE Rare diseases Tetraparesis
HVRE O R/ R R 2 R Rare diseases Tetraplegia/tetraparesis
FOEE it /MR R M EBER Rare diseases Thrombotic thrombocytopenic purpura
HORE BRIV E DRI Rare diseases Thyroid hormone resistance syndrome
FHOEER INFR2 AR E R IR B Rare diseases TNF receptor-associated periodic fever syndrome (TRAPS)
R FEETEREALAE Rare diseases Tuberous sclerosis syndrome
SRS F O mE3R Rare diseases Tyrosinemia type 3
R FOoUmEIR Rare diseases Tyrosinemia type |
SRS F O mER Rare diseases Tyrosinemia type |l

SRR

T vk —fERE

Rare diseases

Usher syndrome

SR

Ty —SERELR

Rare diseases

Usher syndrome type 1

7w v —fE(REE 1DE

Rare diseases

Usher syndrome type 1D

DB

T —EMRRE PR

Rare diseases

Usher syndrome type 1F

SRR

T v —fERE 2R

Rare diseases

Usher syndrome type 2

DB

Ty lv—EER 1R

Rare diseases

Usher syndrome, type 1C

SRR

T v —fEREE 16GE

Rare diseases

Usher syndrome, type 1G

DB

Ty r—EERE2 AR

Rare diseases

Usher syndrome, type 2A

Ty —fEREE 2 CE

Rare diseases

Usher syndrome, type 2C

s ORE

Ty v —EER AR

Rare diseases

Usher syndrome, type 3A

R T v —fElRE 3BE Rare diseases Usher syndrome, type 3B

DA S T —EEENE Rare diseases Usher Syndrome, Type |1l

R A —/I\—ERE Rare diseases Weaver syndrome

SR T )L —ERE Rare diseases Werner syndrome

R IR MERE Rare diseases West syndrome

SRS AT 5 LAEIREE Rare diseases Wolfram syndrome

R BEECERFESIXEHEEIA/F— Rare diseases X-linked myopathy with excessive autophagy
SRS BRMEERAE Rare diseases Xeroderma pigmentosum

SRR

A Y D Lt {4 FE HA 14 PR % AR

Rare diseases

Normokalemic periodic paralysis, potassium-sensitive

s DRE

S b3V RYTEEKRIRIEE. %E 23

Rare diseases

Mitochondrial complex 1 deficiency, nuclear type 23

SRR

HRIR R RLNEE 78

s ORE

Rare diseases

Retinitis pigmentosa 78

MIARAECR DT 1 —

Rare diseases

Rod-cone dystrophy

EE A EE AR E A E AR e A EAEAE AEAE A A EAEAEAEAEAEAEAEAEEIE S

R BHEEEFEIAREHORA O T4 — Rare diseases Congenital muscular dystrophy with rigid spine
FHOEE EABAREKEE. BEMKE Rare diseases Epidermolysis bullosa, junctional, localisata variant
HOERE BIEEREME 26 Rare diseases Retinitis pigmentosa 26
HOEE S oV RYTHEERIREE. %E 25 Rare diseases Mitochondrial complex 1 deficiency, nuclear type 25
HOERE REEECR =T Rare diseases Paroxysmal dystonia
FHOEE EEVEEEEE Rare diseases Rare genetic deafi
HOERE XEEREEEREEREME Rare diseases X-linked retinitis pigmentosa
FHOEE JEM R A M RESEEIZR Rare diseases Hemolytic uremic syndrome, atypical, susceptibility to, 7
HOERE 1BIEE REME 80 Rare diseases Retinitis pigmentosa 80
BORE POLGBHE & & Rare diseases POLG-related disorders
HOERE POLR3BIERB A RO T 14— Rare diseases POLR3-related leukodystrophy
BORE NR2E3REE MBS R MIE Rare diseases NR2E3-Related Disorders
HOERE BEOEHERE S5 BEHHE Rare diseases Sensorineural deafness with mild renal dysfunction
FHOEE BREEEEES EFEREET R/ NEARE 428 Rare diseases Spinocerebellar ataxia 42, early-onset, severe, with neurodevelopmental deficits
HOERE RrI70E 14 Rare diseases Nephronophthisis 14
HOEE BIEEREMNE 84 Rare diseases Retinitis pigmentosa 84
HOERE BEARERE Rare diseases Abnormality of retinal pigmentation
FHOEE YU RKRIE (SA VY —LIR) Rare diseases Sandhoff disease, juvenile type
HOERE REEREME 64 Rare diseases Retinitis pigmentosa 64
HOEE S bav RYTHEERIRIEE, %23 Rare diseases Mitochondrial complex 1 deficiency, nuclear type 3
HOERE SR O T —MES A bR Rare diseases Paramyotonia congenita/myotonia congenita
HOEE S bav FYTHEERIREE. %19 Rare diseases Mitochondrial complex 1 deficiency, nuclear type 19
HOERE AFHEREMRENS SREE S REEREIR Rare diseases Dentin dysplasia, type |, with extreme microdontia and misshapen teeth
FOEE WIEEREMEE 12 Rare diseases Retinitis pigmentosa 12
HOERE I bav FYT7HEERIRERE. #%E 34 Rare diseases Mitochondrial complex 1 deficiency, nuclear type 34
HOEE S bav RYTHEEKRIREE, B2 Rare diseases Mitochondrial complex 1 deficiency, nuclear type 21
HOERE AFILOUERRAE. mut(-) B Rare diseases METHYLMALONIC ACIDURIA, mut(-) TYPE
HFOERE BIEEREMNE 36 Rare diseases Retinitis pigmentosa 36
BLERE BCSIBES Y FUTH Rare diseases BCS1L-Related Disorders
HOBEE SRR EEIEE % 1 5 # 1T O B NE Rare diseases Ovarioleukodystrophy
HOEE I bV R 7DONAGBSEIREE, RFRE Rare diseases Mitochondrial DNA depletion syndrome, hepatocerebral form
HFOEE BEEREMNE 54 Rare diseases Retinitis pigmentosa 54
HFOEE EEEfE$ & URNEABKAE & 1+ 5 VATEREER B Rare diseases Vater association with macrocephaly and ventriculomegaly
HFOKE BEEREMNE 70 Rare diseases Retinitis pigmentosa 70
HOEE REENT A =F/RIEME S H ) 2 LEE I OERRE Rare diseases Paramyotonia congenita/hyperkalemic periodic paralysis
HOEKE BEARENE 74 Rare diseases Retinitis pigmentosa 74
HOEE RERESANF— Rare diseases Congenital myopathy
BORE PRPH2PEE 1 4BIS 8 R A M Rare diseases PRPH2-Related Disorders
HOEE N)LF—IL - A=) THERE, R (ERMEL/MRED M EBHE) Rare diseases Bernard-Soulier syndrome type C
HOEKE I ha Y K1) 7DNA#EBAEIZEESB (MNGIE &) Rare diseases Mitochondrial DNA depletion syndrome 88 (MNGIE type)
HFOEE EER=—<Y - EvIRAR, SAYVI—LK Rare diseases Niemann-Pick disease, type C1, juvenile form
HOEKE EIRAE. MMBES SVESEHSBSRE. AXRERBEEE Rare diseases Short stature, brachydactyly, intellectual developmental disability, and seizures
HOEE S haVRYTEERAREE, BE3 Rare diseases Mitochondrial complex 4 deficiency, nuclear type 3
HOEKE A VEERRME, B Rare diseases Isovaleric acidemia, type |
HFOEE 3-E FOF L7 U ILCoAKRERRIBEIC L 2MEEN Rare diseases Neurodegeneration due to 3-hydroxyisobutyryl coenzyme A hydrolase deficiency
HFOKE CAMOT4 VEBRERE Rare diseases Abnormal muscle fiber dystrophin expression
HOEE BUAROTA—CZRbATY AR Rare diseases Muscular dystrophy-dystroglycanopathy
HOEE BB REMNE 25 Rare diseases Retinitis pigmentosa 25
HOEE BIEEREMNE 62 Rare diseases Retinitis pigmentosa 62
HFOKE BIEEREMNE 33 Rare diseases Retinitis pigmentosa 33
HORE TRITABIEESEE ) VBMERZSE, S LV FU TR Rare diseases TRIT1 Deficiency
HFOKE SHiAIEIAAE IR, WIEEREME Rare diseases Enhanced S-cone syndrome
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#HOERE B 56 P 25 BB 1 B BRI finkel B! Rare diseases Spinal muscular atrophy, late-onset, finkel type

HOEE Sxla—-3)—- by—RfE. BEEE. 1bE Rare diseases Charcot-Marie-Tooth disease, type 1b, with focally folded myelin sheaths

VKRB SEIRME SRS RART %4 5 LCHADXRIEAE, ZEEEEERIBAE Rare diseases Lchad deficiency with maternal acute fatty liver of pregnancy

HOEE EEEIMABCA MO TI4—, SAVYI—LK Rare diseases Metachromatic leukodystrophy, severe

HOEE BEBHSANF— Rare diseases Skeletal myopathy

HVRE XEEEETES AV 0 —XXTANA Rare diseases Progressive myoclonic epilepsy, X-linked

FHOEER R - THANF— Rare diseases Nemaline myopathy 3, autosomal dominant or recessive

FORE RN ARZFSETES AV O—XRXTALAS Rare diseases Epilepsy, progressive myoclonic, 3, with intracellular inclusions

HORE BRI E R IRIREE{LAE 10 Rare diseases Focal Segmental Glomerulosclerosis 10

HVRE I bV R 7DNARGBEIREE 19 Rare diseases Mitochondrial DNA depletion syndrome 19

HOEE A F L= O U ERFREE, mut(0) B! Rare diseases METHYLMALONIC ACIDURIA, mut(0) TYPE

HVRE T aRN—)LAEIREE 30 Rare diseases Joubert syndrome 30

FHOEE S bV RYTHEEKRIRIEE, BE 27 Rare diseases Mitochondrial complex 1 deficiency, nuclear type 27

FORE FRENM IS 47 Rare diseases Spinocerebellar ataxia 47

KSR S bV RYTHEEKRIRIEE, BE 26 Rare diseases Mitochondrial complex 1 deficiency, nuclear type 26

HVRE TFEEVSS FERMERRERES A b=— Rare diseases Myotonia congenita, atypical, acetazolamide-responsive

FOEER I bV FYT7HEERRERE. BE 16 Rare diseases Mitochondrial complex 1 deficiency, nuclear type 16

HFORE L—ARIVBAR R AIRAE 12 Rare diseases Leber congenital amaurosis 12

HOEE EEEESEEREABE 13 Rare diseases Ichthyosis, congenital, autosomal recessive 13

HVRE MR =7 Rare diseases Limb dystonia

HOEE EEEEEEREE 73 Rare diseases Deafness, autosomal dominant 73

HVRE EY F¥ o UENEKFEREEM 2 Rare diseases Anemia, sideroblastic, 2, pyridoxine-refractory

FHOEER IHSRE v bR Rare diseases Migalastat response

HVRE HEMRMERIRBELE 238! Rare diseases Amyotrophic lateral sclerosis type 23

HORE FFIF RIS Rare diseases Nonsyndromic Deafness

HVRE INBUER R & BAETMRE 2 S B IILE D AR Z /MK EE Rare diseases Polymicrogyria, perisylvian, with cerebellar hypoplasia and arthrogryposis

FOEE 5L 3 VERIE 1IC Rare diseases Glutaric acidemia iic, late-onset

HORE BI7I=)LVF 5= VMfE Rare diseases Hyperphenylalaninaemia

FHOEER L—AJLEEERMIRAE 5 Rare diseases Leber congenital amaurosis 5

HORE IWEVRBA Y - T4 EELEIREE Rare diseases Rubinstein taybi like syndrome

FHOEE RETLEIREE 53 Rare diseases Immunodeficiency 53

HOERE WIAK S ORI Rare diseases Complement component 9 deficiency

HUKRE REERLME 18 Rare diseases Retinitis pigmentosa 18

HOERE REFLEH L URNREZF S REEBESR Rare diseases Inflammatory bowel disease, immunodeficiency, and encephalopathy

VKRB BRUEREFE - a7 4 VEBRBOSHE Rare diseases Xeroderma pigmentosum, type F/Cockayne syndrome

HOERE BARL I LR, RLAFTY—LE Rare diseases Refsum disease, adult, 1

FHOEE ZRERIRISIE 1 Rare diseases Specific granule deficiency 1

HOERE T a7 VERERZIRAE(REE Rare diseases Duane anomaly

HORE TV 3 VEERREE 11CE Rare diseases Glutaric acidemia IIC

HOERE EUNMES L UVEITEFESRERTILIYNAT—R Rare diseases Alzheimer disease, familial, 3, with spastic paraparesis and apraxia

FOEE MTHFRRABIEIZ K BDRE VA F VRIE Rare diseases Homocystinuria due to MTHFR deficiency

HOERE 1BIEE REME 55 Rare diseases Retinitis pigmentosa 55

FOEE FOIUY VYV ARRE (Uy)a—-I—- bH—2RA) Rare diseases Dejerine-sottas neuropathy, autosomal dominant

HOERE EEEASHEY S MESBEIEE 2 Rare diseases Hypophosphatemic rickets, autosomal recessive, 2

FHOEE EEEARSHREEGF A 0T 4 — Rare diseases Limb-Girdle Muscular Dystrophy, Recessive

HOERE BREREEEEAREMEE Rare diseases Autosomal dominant retinitis pigmentosa

FHOEE EEERSURBBENREKEE. BBEENUT VR Rare diseases Epidermolysis bullosa dystrophica, autosomal recessive, localisata variant

Ve VIW T =r5 =1 =1) 2

HORE Zéz?‘étj;gf;ﬁﬁll;pém?ﬁ:7“’r FREXTTU AR BH) R Rare diseases Hyperphenylalaninemia, bh4-deficient, a, due to partial pts deficiency

HOERE BHEBETEE, HHER Rare diseases Osteogenesis Imperfecta, Recessive

FOEE EEEVESEE Rare diseases Nonsyndromic hearing loss

HOERE NAFV—LERERAEIB Rare diseases Peroxisomal biogenesis disorder 3b

P FYRTFONRTFE—BURIBIZL DT 7 U XERE. REFSE Rare diseases Evans syndrome, immunodeficiency, and premature immunosenescence associated with
- BLUBREMERBELZILEDEH tripeptidyl-peptidase Il deficiency

FHOEE s PESE 7 Rare diseases Retinitis pigmentosa 7

HOERE MERREME6 Rare diseases Retinitis pigmentosa 76

BORE JIL 2 VEEFRIE 1BEY Rare diseases Glutaric acidemia I1B

HOERE FTIVEREEA—TL Oy TREIR Rare diseases Maple syrup urine disease, thiamine-responsive, type Il

FOEE BAMRLHEAESR MO T 41—, SAYI—LEK Rare diseases Metachromatic leukodystrophy, late-onset

HOERE REEREME 27 Rare diseases Retinitis pigmentosa 27

HOEE IEREIDBE % 1 5 RS e Rare diseases Sensorineural deafness with hypertrophic cardiomyopathy

HOERE )TV —HFURZE Rare diseases Trypsinogen deficiency

HOEE S bav RFYTHEERIREE. %E 30 Rare diseases Mitochondrial complex 1 deficiency, nuclear type 30

HOERE 1B R E 37 Rare diseases Retinitis pigmentosa 37

HOEE ShaVRYTEER) VBMERGRBE, S PV KYTRE Rare diseases Mitochondrial oxidative phosphorylation disorder

HORE AR 2 18 B B Rare diseases Nonsyndromic Oculocutaneous Albinism

HOEE B REMSE 39 Rare diseases Retinitis pigmentosa 39

HOERE B mREREFESIILFI=OTH Rare diseases Multi-minicore disease and atypical periodic paralysis

HOEE HEEARSERE M 49 Rare diseases Deafness, neurosensory, autosomal recessive 49

HOERE MERREME 71 Rare diseases Retinitis pigmentosa 71

HOEE HEE PESE 28 Rare diseases Retinitis pigmentosa 28

HOERE EURBES L UVEEL TS — V2SI REETILIYNAI—F Rare diseases Alzheimer disease, familial, with spastic paraparesis and unusual plagues

FHOEE Ty v —iElEE 188 Rare diseases Usher syndrome, type 1B

HOERE HBIEE PESE 72 Rare diseases Retinitis pigmentosa 72

FHOEE INEESR =T Rare diseases Childhood Onset Dystonias

HOERE MERREME 73 Rare diseases Retinitis pigmentosa 73

HOEE S bavRYTHEEKRIREE, B9 Rare diseases Mitochondrial complex 1 deficiency, nuclear type 9

HOERE FERIE IbEY Rare diseases Glycogen storage disease lllb

BORE ARSI 107 Rare diseases Deafness, autosomal recessive 107

HOERE RRUERBETEERE Rare diseases Inherited Immunodeficiency Diseases

FOEE BFRERIFGERRRE R TAN AERE Rare diseases Continuous spike and waves during slow-wave sleep syndrome

HOERE REEREME 66 Rare diseases Retinitis pigmentosa 66

HFOERE EFMEECA MO T4 —, B Rare diseases Metachromatic leukodystrophy, mild

HFOEE TR ABRRGHE Rare diseases ataluren response - Efficacy

HOBEE EEEARSEEE RN Rare diseases Nonsyndromic Hearing Loss and Deafness, Autosomal Recessive

HOEE BIEEREME 41 Rare diseases Retinitis pigmentosa 41

HFOEE WIEAREMRE4 Rare diseases Retinitis pigmentosa 4

HOEE BB RENEEE S BIRKRE Rare diseases Spongiform encephalopathy with neuropsychiatric features

HFOKE 274 77 —EER Rare diseases Craniofacial-skeletal-dermatologic dysplasia

BLOERE MBS L VEROEE LB ER &4 5 S EME Rare diseases Leukoencephalopathy with brain stem and spinal cord involvement and lactate elevation

BORE A—FN 0y FREIBE Rare diseases MAPLE SYRUP URINE DISEASE, CLASSIC, TYPE IB

HFOEE MEHERSA PO T 4 — Rare diseases Isolated macular dystrophy

HFOKE NAF OV —LBEEEAELB Rare diseases Peroxisome biogenesis disorder 10b

FEER DRES L UVERBESETSEESIEL ARTLVTRE Rare diseases Hirschsprung disease, cardiac defects, and autonomic dysfunction

HOEKE FRNIVFILTIVAY I VRE. 74205V FAR Rare diseases Aspartylglucosaminuria, finnish type

HORE (=T 0y TRIE AR, PEE Rare diseases MAPLE SYRUP URINE DISEASE, INTERMEDIATE, TYPE 1A

HOEKE I raV KU THE Rare diseases mitochondrial hepatopathy

HOEE I haY FYTZIDBE Rare diseases Cardiomyopathy, mitochondrial

HOEKE AR R IV Rare diseases Glycogen storage disease IV, combined hepatic and myopathic

HOEE BIEEREME 13 Rare diseases Retinitis pigmentosa 13

HFOKE S haVRYTHEERIRIERE, %E 13 Rare diseases Mitochondrial complex 1 deficiency, nuclear type 13

HOEE BEEREMNEL Rare diseases Retinitis pigmentosa 1

BORE W EKSHEHEE 110 Rare diseases Deafness, autosomal recessive 110

HOEE BIEEREMNE 14 Rare diseases Retinitis pigmentosa 14

HFOKE RRERREHERRE IV Rare diseases Glycogen storage disease |V, congenital neuromuscular

ROER RS RO RIBEFERIZESHS FaY RYTHE Rare diseases Mitochondrial disorder due to a defect in assembly or maturation of the respiratory chain

complexes
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FOEE JEHEITHERRAERE IV Rare diseases Glycogen storage disease IV, nonprogressive hepatic

HOEE INB R RIE Rare diseases Glycogen storage disease type II, infantile

FOEE KRR ENEIREE 22 Rare diseases Myasthenic syndrome, congenital, 22

HOEE HEEA llla Rare diseases Glycogen storage disease llla

FHOEE S bV RYTHEEKRIRIEE, %E 18 Rare diseases Mitochondrial complex 1 deficiency, nuclear type 18

HVRE LCHAD R 18 iE Rare diseases LCHAD Deficiency

HORE RRM2BBHiE S Fa Y R Y 7R Rare diseases RRM2B-related mitochondrial disease

HVRE MIEEREME 49 Rare diseases Retinitis pigmentosa 49

KSR Sa)a—-IY—- FY—RFEX Rare diseases Charcot-Marie-Tooth Neuropathy X

HVRE BRSO UCRIBICK ZFHBAT - oK/ Rare diseases Gaucher disease, atypical, due to saposin C deficiency
FOEE TR I 72 —C ABREE. PEHAE Rare diseases Arylsulfatase a pseudodeficiency, intermediate

FORE BRAERS U Rare diseases Deafness, autosomal recessive

HORE AEMRERIREILE 198! Rare diseases Amyotrophic lateral sclerosis 19

HORE MEAREME 43 Rare diseases Retinitis pigmentosa 43

HOEE HIBEI -5 - 40 ERE 1R Rare diseases Ehlers-Danlos syndrome, musculocontractural type 1
HVRE ey Rare diseases Glycogen storage disease II, adult form

FOEER MESE 79 Rare diseases Retinitis pigmentosa 79

HVRE 4E 53 Rare diseases Retinitis pigmentosa 53

KSR Rl \2 Rare diseases Glycogen storage disease 1V, classic hepatic

HVRE RIEEREME 40 Rare diseases Retinitis pigmentosa 40

FHOEER TRV VilfE, BE Rare diseases Citrullinemia, mild

HVRE REEBFLEEROEIBRERE 2 Rare diseases Pigmented nodular adrenocortical disease, primary, 2
FHOEER BEE JEE 50 Rare diseases Retinitis pigmentosa 50

HVRE MEEREME 45 Rare diseases Retinitis pigmentosa 45

HORE TV 3 VBRI 1A Rare diseases Glutaric acidemia 1A

HVRE MERREMLE 42 Rare diseases Retinitis pigmentosa 42

FOEE BRI R o E R B R Rare diseases Amyotrophic lateral sclerosis, typical

HORE RIEEREME 59 Rare diseases Retinitis pigmentosa 59

HOEE INE R R RIVE Rare diseases Glycogen storage disease IV, childhood neuromuscular
FORE e HE 4, BRERSLH Rare diseases Retinitis pigmentosa 4, autosomal recessive

FHOEE s MEIE 77 Rare diseases Retinitis pigmentosa 77

HOERE 1B MESE 19 Rare diseases Retinitis pigmentosa 19

FOEE s MESE 61 Rare diseases Retinitis pigmentosa 61

HOERE ) MEAE 7, BT Rare diseases Retinitis pigmentosa 7, digenic

HOEE SJUIAINWITHRIFZFFUILA/ Y b—ILEAREE 16 Rare diseases Glycosylphosphatidylinositol biosynthesis defect 16

HOERE FEI7oIT b UORERS I DIILT S = VME & Rare diseases Mild non-PKU hyperphenylalanemia

VKRB REEFEME 23 Rare diseases Retinitis pigmentosa 23

DINEREE EDEOHEERSR Cardiovascular-related Abnormal morphology of the left ventricle

DM EREE RXBIRFDEE Cardiovascular-related Abnormality of the aortic valve

DIEREE ARG E T hEE S MEMEERK Cardiovascular-related Alveolar capillary dysplasia with pulmonary venous misalignment
DB RES BIRE Cardiovascular-related Aneurysm

DIEREE BE. BB HTVhAZES BEREREHEEONERE Cardiovascular-related Angiopathy, hereditary, with nephropathy, aneurysms, and muscle cramps
DS RESR =R R B ARG BN AR AT DA AE Cardiovascular-related Anomalous origin of coronary artery from the pulmonary artery
DIEREE ABARE Cardiovascular-related Aortic aneurysm

DM EREE RBARAREE Cardiovascular-related Aortic dissection

DIEREE APk RS2 Cardiovascular-related | Aortic valve disease 2

DB RES TEAR Cardiovascular-related Arrhythmia

DIEREE TE| HEEDHAE Cardiovascular-related Arrhythmogenic right ventricular cardiomyopathy

DB RES FEIGRMEE R DA ERE Cardiovascular-related Arrhythmogenic right ventricular cardiomyopathy, type 12
DIEREE REETEIRBEEAEDHERK 1 Cardiovascular-related Arrhythmogenic right ventricular dysplasia, familial 1

DB RES REEFBREEEE0HERK 2 Cardiovascular-related Arrhythmogenic right ventricular dyspl. familial, 2
DIEREE 3R 2 S BIRA RILAE Cardiovascular-related Arterial calcification, generalized, of infancy, 1

DM EREE BARMAR AR IE Cardiovascular-related Arterial thrombosis

DIEREE BRI ITAEIREE Cardiovascular-related Arterial tortuosity syndrome

DINERESR FITRENARARRE Cardiovascular-related Ascending aortic dissection

DlEREE DEHRE Cardiovascular-related | Atrial fibrillation

D EREE RiEEDEME 1 0 Cardiovascular-related | Atrial fibrillation, familial, 10

DIEREER | RiEtEDE#E 1 3 Cardiovascular-related Atrial fibrillation, familial, 13

D EREE RietEDEMS 3 Cardiovascular-related | Atrial fibrillation, familial, 3

DIEREER | RiEtE D EH#E) 9 Cardiovascular-related Atrial fibrillation, familial, 9

DB RES DERRREE Cardiovascular-related Atrial septal defect

DIEREE DEPRRIBE7/-BEECERE Cardiovascular-related | Atrial septal defect 7 with or without atrioventricular conduction defects
D EREE BEJOvY Cardiovascular-related | Atrioventricular block

DIMERER DHEEESBEERLBEEHF A D T4 —fF Cardiovascular-related Benign scapuloperoneal muscular dystrophy with cardiomyopathy
DB RES Z R XBARST Cardiovascular-related Bicuspid aortic valve

DlEREE B/ EFEE 14/-BRER D RE Cardiovascular-related __|Brain small vessel disease 1 with or without ocular anomalies
DB RES i Z 4 S R/ i B EE Cardiovascular-related Brain small vessel disease with hemorrhage

DIEREER TIVA S EIEE Cardiovascular-related Brugada syndrome

DB RES JE5-BAENAE - R BR- D 9V IR A8 E IR B Cardiovascular-related Camptodactyly-arthropathy-coxa vara-pericarditis syndrome
DIEREER EHMER Cardiovascular-related Capillary hemangiomas

DIEREE EHRME Z T Cardiovascular-related | Capillary malformation

N TEOEMMERFR. EPED) /3T, EOFROERTE. 5 " Capillary malformation of the lower lip, lymphatic malformation of face and neck, asymmetry of
sk K- 2HMABRE Cardiovascular-related face and limbs, and partial/generalize‘; o‘(/erpgrowth i i
DlEREE E M B 2T - B ERAR AT AL Cardiovascular-related | Capillary malformation-arteriovenous malformation

DB RES EHME - BEMRS 1 Cardiovascular-related Capillary malformation-arteriovenous malformation 1
DIEREE E M B 2T - B ERARAT A 2 Cardiovascular-related | Capillary malformation-arteriovenous malformation 2

D EREE DMEIE Cardiovascular-related | Cardiac arrest

DIEREER DRI Cardiovascular-related Cardiac arrhythmia

DIEREE (BB BB +/-HR SR B D BRI Cardiovascular-related | Cardiac conduction disease with or without dilated cardiomyopathy
DIEREER DR Cardiovascular-related Cardiac rhabdomyoma

D EREE D v b Cardiovascular-related | Cardiac shunt

DIEREER X PO ik A IR Cardiovascular-related Cardiac valvular dysplasia, X-linked

DIERESR DB - B PRAETE SR IR A Cardiovascular-related Cardiac-urogenital syndrome

DIEREE FEREEESDE. EE. MORE Cardiovascular-related Cardiac, facial, and digital anomalies with developmental delay
DIERESR F by O—L c BEBERIBEIC & S BN/ NROEE Cardiovascular-related Cardioencephalomyopathy, fatal infantile, due to cytochrome c oxidase deficiency
DMERES F b O—L c BRAEBER RIBAEIC & S EBEM/DNRIDERE 2 Cardiovascular-related Cardioencephalomyopathy, fatal infantile, due to cytochrome c oxidase deficiency 2
DIERESR DB - BB - RISAEIEEE 1 Cardiovascular-related Cardiofaciocutaneous syndrome 1

DIERESR D - BB - RISEEIRE 2 Cardiovascular-related Cardiofaciocutaneous syndrome 2

DIERESR DB - BB - RISAEIEEE 3 Cardiovascular-related Cardiofaciocutaneous syndrome 3

DIERESR D - BB - RISEEIRE 4 Cardiovascular-related Cardiofaciocutaneous syndrome 4

DIERESR D ERAE Cardiovascular-related Cardiomyopathy

DMERES HEERENDAFEINN Cardiovascular-related Cardiomyopathy, dilated, INN

DIERESR HRAREDARAELu Cardiovascular-related Cardiomyopathy, dilated, 1u

DIEREE ¥E, WREB. AREEES IR OHE Cardiovascular-related Cardiomyopathy, dilated, with woolly hair, keratoderma, and tooth agenesis
DIMERES R XA ARAE27 Cardiovascular-related Cardiomyopathy, familial hypertrophic 27

DMERES FIEMEKRE DA E26 Cardiovascular-related Cardiomyopathy, familial hypertrophic, 26

DIERESR DEE EEDHBEILLES Cardiovascular-related Cardiomyopathy, left ventricular noncompaction
DIERESR DEMFIRBERERE Cardiovascular-related Cardiospondylocarpofacial syndrome

DIERESR SHBhARAR B Cardiovascular-related Carotid artery dissection

DIEREE SBENAREAZEAE Cardiovascular-related Carotid artery occlusion

DIERESR NWTIASIUFEMSREOEERE (cPvh) 1R Cardiovascular-related Catecholaminergic polymorphic ventricular tachycardia type 1
DIEREE PR MR D RRR MR B Cardiovascular-related Central centrifugal cicatricial alopecia

DIERESR FIME I ANTF— Cardiovascular-related Centronuclear myopathy

D ERES i BN R AR S Cardiovascular-related | Cerebral arteriovenous malformation

D ERKEE BRI 2T Cardiovascular-related | Cerebral cavernous malformation

D ERES BRMEFR 1 Cardiovascular-related | Cerebral cavernous malformations 1

D ERKEE R MESR 2 Cardiovascular-related | Cerebral cavernous malformations 2
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ﬂ ERRMESRR 3 Cardiovascular-related Cerebral cavernous malformations 3

i BRI L UEBEE S REEM/ D EE Cardiovascular-related Cerebroretinal microangiopathy with calcifications and cysts
|01 § BREH L UVEREES NBEMINOEE 1 Cardiovascular-related Cerebroretinal microangiopathy with calcifications and cysts 1
LIy} BWR Cardiovascular-related | Chorea

i i P HERBURIREIE SR AT 4 — Cardiovascular-related Choroidal dystrophy central areolar

i ol SR BCK AR Cardiovascular-related Choroidal dystrophy, central areolar 1

i i P ERBURIRIEIE SR AT 4 —2 Cardiovascular-related Choroidal dystrophy, central areolar 2

¥y} RRAE ISR 4 & Cardiovascular-related | Choroidal neovascularization

[vyin} 1ML EME - BEETREIR Cardiovascular-related Chronic atrial and intestinal dysrhythmia

¥y} DREEEE Cardiovascular-related | Conduction disorder of the heart

[vyin} LR EITHERE Cardiovascular-related Congenital aneurysm of ascending aorta

i RERELESE BEFE Cardiovascular-related Congenital heart defects and skeletal malformations syndrome
ey REXELHEE-BEREE-NNEZIRE Cardiovascular-related Congenital heart defects, dysmorphic facial features, and intellectual developmental disorder
i RRELEE, BHED Cardiovascular-related Congenital heart defects, multiple types, 2

ey REEDES, EHES Cardiovascular-related Congenital heart defects, multiple types, 3

i RREDEE, BEHE Cardiovascular-related Congenital heart defects, multiple types, 4

ey REELES, EHE7 Cardiovascular-related Congenital heart defects, multiple types, 7

LIy} SXRMEDERE Cardiovascular-related | Congenital heart disease

i i S omtEbFE Cardiovascular-related Congestive heart failure

i FEIEE MM SR AE Cardiovascular-related Conjunctival telangiectasia

iy M BARE RS Cardiovascular-related Conotruncal heart malformations

¥y} AN ERAR AR SE Cardiovascular-related | Deep venous thrombosis

iy i/ A IDE Cardiovascular-related Dextrocardia

i RARENDERAELAA Cardiovascular-related Dilated cardiomyopathy 1AA

[vyin} LRV ERSELE Cardiovascular-related Dilated cardiomyopathy 1E

i RAREDERAELFF Cardiovascular-related Dilated cardiomyopathy 1FF

[vyin} LR RELG Cardiovascular-related Dilated cardiomyopathy 1G

i LRRDERAELGG Cardiovascular-related Dilated cardiomyopathy 1GG

[vyin} RERELDARRELN Cardiovascular-related Dilated cardiomyopathy 1lI

i RARENDFRREL) Cardiovascular-related Dilated cardiomyopathy 1J

[y} R E D AFFE1KK Cardiovascular-related Dilated cardiomyopathy 1KK

i AR BN ARAELL Cardiovascular-related Dilated cardiomyopathy 1L

[y haRE D ERRELO Cardiovascular-related Dilated cardiomyopathy 10

i HRARELD AR AELP Cardiovascular-related Dilated cardiomyopathy 1P

[y REREDAREEIR Cardiovascular-related Dilated cardiomyopathy 1R

[y AR BN ARAELS Cardiovascular-related Dilated cardiomyopathy 1S

[y RERE D ARRE1IX Cardiovascular-related Dilated cardiomyopathy 1X

i AR BN ARAELY Cardiovascular-related Dilated cardiomyopathy 1Y

[y hERE D ARE2A Cardiovascular-related Dilated cardiomyopathy 2A

i HLRARE D AR AE3B Cardiovascular-related Dilated cardiomyopathy 3B

[y FELAREEESIREOHE Cardiovascular-related Dilated cardiomyopathy with woolly hair and keratoderma
i REODHE—S3F K O E RS REETE Cardiovascular-related Dilated cardiomyopathy-hypergonadotropic hypogonadism syndrome
[y} FRBE T X BHARILSRIE Cardiovascular-related Dissecting aortic dilatation

i SRFHE-V) D FIEEER Cardiovascular-related Distichiasis-lymphedema syndrome

[IW3ii} ERARMERT Cardiovascular-related Dysplastic pulmonary valve

i AEEHSME Cardiovascular-related Essential hypertension

[IW3ii} RO EE Cardiovascular-related Familial cardiomyopathy

i RIEHER KRR IDEHE 1 Cardiovascular-related Familial hypertrophic cardiomyopathy 1

[IW3ii} FHRMEBREDEE 10 Cardiovascular-related Familial hypertrophic cardiomyopathy 10

i RIEHERXEDHE 11 Cardiovascular-related Familial hypertrophic cardiomyopathy 11

[IW3ii} FHRMEBREDEE 13 Cardiovascular-related Familial hypertrophic cardiomyopathy 13

i RIEHERXEDEE 15 Cardiovascular-related Familial hypertrophic cardiomyopathy 15

[IW3ii} FHRMEBREDEE 18 Cardiovascular-related Familial hypertrophic cardiomyopathy 18

i RIEHERXRIDHE 2 Cardiovascular-related Familial hypertrophic cardiomyopathy 2

[IW3ii} FRMEKREDEE 3 Cardiovascular-related Familial hypertrophic cardiomyopathy 3

i RIEHERXRIDHIE 4 Cardiovascular-related Familial hypertrophic cardiomyopathy 4

ey} RIEERXEDEE 6 Cardiovascular-related Familial hypertrophic cardiomyopathy 6

g RIEHERXEIDERE 7 Cardiovascular-related Familial hypertrophic cardiomyopathy 7

ey} RIEERXEIDRE 8 Cardiovascular-related Familial hypertrophic cardiomyopathy 8

g RIEHERARIDE 9 Cardiovascular-related Familial hypertrophic cardiomyopathy 9

ey} RIETEISL 4 PERED BE Cardiovascular-related Familial isolated dilated cardiomyopathy

g Rt HREDEE Cardiovascular-related Familial restrictive cardiomyopathy

ey} RiktE FREDAAAE 1 Cardiovascular-related Familial restrictive cardiomyopathy 1

g Rt HREDIHE 3 Cardiovascular-related Familial restrictive cardiomyopathy 3

i R K EIIRE - KBIARAZEE Cardiovascular-related Familial thoracic aortic aneurysm and aortic dissection
g 240 R I BIARE IGL A fE2 Cardiovascular-related Generalized arterial calcification of infancy 2

ey} Gerstmann-Straussler-ScheinkerfiE /& & Cardiovascular-related | Gerstmann-Straussler-Scheinker syndrome

¥y} BIRRDFH Cardiovascular-related | Glomuvenous malformations

ey} D - B ARSI AREE Cardiovascular-related Heart and brain malformation syndrome

¥y} L7avy Cardiovascular-related Heart block

i D FIEEE A ON=FH Cardiovascular-related Heart-hand syndrome, Slovenian type

g D3 Cardiovascular-related Heart, malformation of

i Jul=jEd Cardiovascular-related Hemangioma

[y} Hennekam ) >/ NEHRIRAE-1) 2/ EIBEIREE 1 Cardiovascular-related Hennekam lymphangiectasia-lymphedema syndrome 1
i Hennekam ') >/ SEHLIRIE-1) o/ \RIBAEIREE 3 Cardiovascular-related Hennekam lymphangi ia-lymphed: syndrome 3
Wi} | B 4 10 4 SR A T B 4 SRS Cardiovascular-related Hereditary hemorrhagic telangiectasia

i EEME U GEE Cardiovascular-related Hereditary lymphedema

g BEME ) L FELE Cardiovascular-related Hereditary lymphedema type |

ey} AREER IO B AE Cardiovascular-related Histiocytoid cardiomyopathy

g RaIRKEE Cardiovascular-related Hydrops fetalis

i B2 VRFDBE Cardiovascular-related Hypertaurinuric cardiomyopathy

g SMELE Cardiovascular-related Hypertensive disorder

LIMERES EXELERE 2 5 Cardiovascular-related Hypertrophic cardiomyopathy 25

DIERESR PERSEE TR - RS, HEE. BeES. LEER Cardiovascular-related :g:grgrt:‘:;fiies?, diabetes mellitus, alopecia, mental retardation and electrocardiographic
DMERES BEE, Y/ \FE, EHOERE Cardiovascular-related Hypotrichosis-lymphedema-telangiectasia syndrome
DIERESR BEE. U /\FE. EMOEHRE . ST2ERR Cardiovascular-related Hypotrichosis-lymphed: telangiectasia-renal defect syndrome
DMERES HRME Rt eIk S MEE Cardiovascular-related Idiopathic and/or familial pulmonary arterial hypertension
DIERESR HMFEERS, DB, EMER Cardiovascular-related Intellectual developmental disorder with cardiac defects and dysmorphic facies
DMERES R SE B A AR Cardiovascular-related Internal carotid artery dissection

DIERESR BEE Nt M Cardiovascular-related Intracranial hemorrhage

DIERESR EEMARY — T - BENE Bt ERL SRR Cardiovascular-related Juvenile polyposis/hereditary hemorrhagic telangiectasia syndrome
DIERESR EDENREE Cardiovascular-related Left ventricular diastolic dysfunction

DMERES EEBX Cardiovascular-related Left ventricular hypertrophy

DIERESR ELEFREMRUEE Cardiovascular-related Left ventricular noncompaction

DMERES ELEFEMOE 1O Cardiovascular-related Left ventricular noncompaction 10

DIERESR EDEFREMRDOE 7 Cardiovascular-related Left ventricular noncompaction 7

DMERES ELEFEMROES Cardiovascular-related Left ventricular noncompaction 8

DIERESR B G RE Cardiovascular-related Leukoencephalopathy

DMERES QrEERIEGE Cardiovascular-related Long QT syndrome

DIERESR BEHAES > mELFE Cardiovascular-related Low-output congestive heart failure

DIERESR Y U NFEE, EEMEN Cardiovascular-related Lymphedema, hereditary, Il

DIERESR HRHEREREEESREME) L/ GRE. Cardiovascular-related Lymphedema, primary, with myelodysplasia
DERES ABARFIEIREE Cardiovascular-related Midaortic syndrome

DIERESR HEB Cardiovascular-related Migraine

DIEREE BEQKRRLEEX Cardiovascular-related Mild fetal ventriculomegaly

DIERESR I OV KU 7ONAEBIEIRE 122 . DAFER!, BEEKEN Cardiovascular-related Mitochondrial DNA depletion syndrome 12a (cardiomyopathic type), autosomal dominant
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DIEREE JEL=Eiweding Cardiovascular-related Mitral regurgitation

DINERESR {18 %A Cardiovascular-related Mitral valve prolapse

D EREE ZRMKRE - MR Cardiovascular-related Multiple cutaneous and mucosal venous malformations

DIEREE ZRUBEHRA. E5R. BEEARR. EXHELTE Cardiovascular-related | Multiple joint dislocations, short stature, craniofacial dysmorphism, and congenital heart defects
DIERKEE SA/ —, BEIRE, BOEHDE Cardiovascular-related Myopathy, early-onset, with fatal cardiomyopathy

DS RES FRHRERE . DAFE. . KNEE Cardiovascular-related Neurodevelopmental disorder with cardiomyopathy, spasticity, and brain abnormalities

DS RS FRIBRS - DR EHES R EESEEERE Cardiovascular-related NEURODEVELOPMENTAL-CRANIOFACIAL SYNDROME WITH VARIABLE RENAL AND CARDIAC

ABNORMALITIES

IO B IM R AR IE IR RE

Cardiovascular-related

Neurooculocardiogenitourinary syndrome

JERIE :_H'ED?JKE Cardiovascular-related Non-immune hydrops fetalis

I FEHE DB E Cardiovascular-related Noncompaction cardiomyopathy

R - BEE - DR - SRR Cardiovascular-related Oculofaciocardiodental syndrome

BEEMBK - RRXELES Cardiovascular-related Pancreatic agenesis and congenital heart disease

REMERESDEME Cardiovascular-related Paroxysmal familial ventricular fibrillation 1

BARE R Cardiovascular-related | Patent ductus arteriosus

DR RETER Cardiovascular-related Pericardial effusion

KA ENARIE % Cardiovascular-related Peripheral pulmonary artery stenosis

KB E B R HEAE Cardiovascular-related Periportal fibrosis

TR R IR SRE D BRI Cardiovascular-related Primary familial dilated cardiomyopathy

5 6 4 firt 7 100 S /R 56 e i 7 . Cardiovascular-related Primary pulmonary hypertension

ETHERERELIOVY Cardiovascular-related | Progressive familial heart block

1 HetEbh 70y s 1A% Cardiovascular-related Progressive familial heart block, type 1A
RIEFIR Cardiovascular-related Prominent superficial veins

42 K10 5 28 B8 32 B B R 14 B = L JE Cardiovascular-related Pulmonary arterial hypertension associated with congenital heart disease

A ENAREASHAE Cardiovascular-related Pulmonary artery atresia

IESARFAZE MRS 1. BREAREN

Cardiovascular-related

Pulmonary venoocclusive disease 1, autosomal dominant

IEAIREAEM AL 2, BRBASH

Cardiovascular-related

Pulmonary venoocclusive disease 2, autosomal recessive

BRI Cardiovascular-related Pulmonic stenosis

HRIEEARD T Cardiovascular-related Retinal arteries, tortuosity of
HEIKEIRS Cardiovascular-related Right aortic arch

BIDEDHAE Cardiovascular-related Right ventricular cardiomyopathy
HDEBKAE Cardiovascular-related Right ventricular hypertrophy
ZRIBDERRRIEE Cardiovascular-related Secundum atrial septal defect
QUigfRIERE Cardiovascular-related short QT syndrome

FRAGR A £ AEIR B/ R AT SAE IREY/ MR RET SR B/ AT 2ER
2

Cardiovascular-related

Sick sinus syndrome

FRAGR A £ AEIR B/ R AT SAE IREY/ MR RET SR BRI T 2IE R

DIERKE BB K2 Cardiovascular-related  |Sick sinus syndrome 1, autosomal recessive

DIEREE B — a3k Cardiovascular-related Single umbilical artery

DM EREE i EREE Cardiovascular-related Small vessel cerebrovascular disease

DMERKEE HIRERE, BRERSME Cardiovascular-related __|Spondyloocular syndrome, autosomal recessive

DIEREE LIEEZEFES 7 T S BRARIE(LiE Cardiovascular-related Stapes ankylosis with broad thumb and toes

DIEREE FLBRAESTINGEEMERE Cardiovascular-related Sting-associated vasculopathy, infantile-onset

DM EREE RADEILE Cardiovascular-related Sudden cardiac arrest

DIEREE DS ATE Cardiovascular-related _|Sudden cardiac death

DINERESR KBRS LI Cardiovascular-related Supravalvar aortic stenosis

DIEREE L EMEIAAE Cardiovascular-related Supraventricular tachycardia

DB RES SR Cardiovascular-related Tachycardia

DIEREE SEARTE P R A B LR fE 25 Cardiovascular-related Telangiectasia, hereditary hemorrhagic, type 2

DB RES SEAE M 0 P R A B SR E S Y Cardiovascular-related Telangiectasia, hereditary hemorrhagic, type 5

DlEREE i ER Cardiovascular-related | Thromboembolism

DB RES K Edzfs, HL—T1 Cardiovascular-related Transposition of the great arteries, dextro-looped 1

DIEREE K Edrfs, H)L—T3 Cardiovascular-related Transposition of the great arteries, dextro-looped 3

DS RESR ZAFFETFEE Cardiovascular-related Tricuspid regurgitation

DIERER VT 7 A BB BRAEIEE Cardiovascular-related Uruguay faciocardiomusculoskeletal syndrome

D EREE ERIRET 2 Cardiovascular-related __|Venous malformation

DIEREER IDETREAR Cardiovascular-related Ventricular arrhythmia

D EREE s UndE Cardiovascular-related __|Ventricular extr |

DIEREE DS Cardiovascular-related | Ventricular fibrillation

DIEREE DEEX Cardiovascular-related | Ventricular hypertrophy

DnERESR DERRRE Cardiovascular-related Ventricular septal defect

DIEREE DEFH Cardiovascular-related | Ventricular tachycardia

DIEREER T35 URZHSHIEOESNS Cardiovascular-related Ventricular tachycardia, catecholaminergic polymorphic, 3

DB RES hT2a53 URZEESHIELEERS Cardiovascular-related Ventricular tachycardia, catecholaminergic polymorphic, 4

DIEREER HE.ODE. SERE. B, WEOXE Cardiovascular-related Vertebral, cardiac, tracheoesophageal, renal, and limb defects

D EREE bl Cardiovascular-related __|Conotruncal defect

DIEREER RHEREFERLTE Cardiovascular-related Sudden cardiac failure, infantile

DIEREE MEREE Cardiovascular-related | Cardiac conduction defect, nonspecific

DIEREE FIEEEIOVY Cardiovascular-related | Third degree atrioventricular block

D EREE RENRILRIE Cardiovascular-related | Aortic dilatation

DIEREER T RENARIEARAE Cardiovascular-related Dilatation of ascending aorta

DIEREE PARED FE, Bt Cardiovascular-related Dilated Cardiomyopathy, Dominant

DIEREER DERRRIEBE Cardiovascular-related Ventral septal defect

DB RES FHORIZT VIS S VRS LERE Cardiovascular-related Pulmonary hypertension, primary, d -amine-associated

DIEREER AM BRI Cardiovascular-related alterations of great arteries and veins

DIEREE R KBRS 2 Cardiovascular-related Aortic aneurysm, familial thoracic 2

DMERESR FEMWEIBKERE 7 Cardiovascular-related Aortic aneurysm, familial thoracic 7

DB RES TRESE R Cardiovascular-related Contractures of the joints of the lower limbs

DIEREER R K ENARE Cardiovascular-related Familial thoracic aortic aneurysm

DB RES KR DRERIBE Cardiovascular-related Congenital heart defects

DIEREER REMBES 1 Cardiovascular-related Inflammatory bowel disease 1

DIERESR Fi4E RS MEfE Cardiovascular-related Pulmonary hypertension, neonatal, susceptibility to

DMERES R E KBRS 10 Cardiovascular-related Aortic aneurysm, familial thoracic 10

LIMERES SEAE T MR A B ARE S & A E MR Cardiovascular-related Pulmonary arterial hypertension related to hereditary hemorrhagic telangiectasia

DIEREE — AR RARIE TIE Cardiovascular-related Unilateral Hypotonia

DIERESR FhENARIEARAE Cardiovascular-related Pulmonary artery dilatation

DIEREE R RENARIE Cardiovascular-related Familial aortopathy

DIERESR TEREEEEOHE Cardiovascular-related Arrhythmogenic cardiomyopathy

DMERES RiEEKE K ENARSE 8 Cardiovascular-related Aortic aneurysm, familial thoracic 8

DIERESR RIEERXEIDEE Cardiovascular-related Familial hypertrophic cardiomyopathy

DIERKSR EEDHBELEE 9 Cardiovascular-related Left ventricular noncompaction 9

D ERKE REAREERBIARSE Cardiovascular-related | Aneurysm of aortic root

DERES Gillessen-Kaesbach-Nishimura 2 BUAE Cardiovascular-related Gillessen-Kaesbach-Nishimura dysplasia

D ERKE P B 140 BR SRS Cardiovascular-related | Interstitial cardiac fibrosis

DMERES fibd3s M Cardiovascular-related Cerebral hemorrhage

DIERESR o K SE Bk 2 P K BB SE Cardiovascular-related Hydrocephalus due to aqueductal stenosis

DMERES R KBRS 9 Cardiovascular-related Aortic aneurysm, familial thoracic 9

D ERKEE BEIRE T Cardiovascular-related | Arteriovenous malformation

DMERES DMERBTE Cardiovascular-related Cardiovascular phenotype

D ERKEE BiLE Cardiovascular-related _|Common atrium

DERES DEDRRRISE 8 Cardiovascular-related Atrial septal defect 8

DIERESR FSURSALFUBEE7 S04 FIERE Cardiovascular-related Amyloid Cardiomyopathy, Transthyretin-related

ZTDHMDEE BOEHER Ml TERAE Other diseases Fatal familial insomnia

EOMDES b2l ‘/7'/7"11/9 Tﬁmﬂﬁwigfﬁ S/ BTHIREY D/ ERBAE. BEY A Other diseases Alpha/beta T-cell lymphopenia with gamma/delta T-cell expansion, severe cytomegalovirus
MAHODARBEE, BCREN infection, and autoimmunity

ZFDHDES GMIH VT IFA L F—=Y R Other diseases GM1 gangliosidosis
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Z0HhDEE Other diseases GM1 gangliosidosis type 2

FDMDES GM1H VT 7 Other diseases GM1 gangliosidosis type 3

ZDtDEE CRARZTEESBIVAVME 2 Other diseases Hypermanganesemia with dystonia 2
FDHDES CRAL=7. ZhE. BEEEESSIUHUEAN Other diseases Hypermanganesemia with dystonia, polycythemia, and cirrhosis
ZDMDEE HRMIF L TUA L F—L R Other diseases Infantile GM1 gangliosidosis

ZDMDER WE, EAV<I/OJY VilE, BdE, BREOmERER Other diseases Warts, hypogammaglobulinemia, infections, and myelokathexis
Z DR XEEJA 2T 0T Y v E Other diseases X-linked agammaglobulinemia

ZDMDER BRERIVECRIBEEZHESXEHEN I OT ) VinfE Other diseases X-linked agammaglobulinemia with growth hormone deficiency
ZDtDES GM2-HU I NAV R=L R, SAVYI—LE Other diseases Gm2-gangliosidosis, chronic

ZDMDER EEUGM2 VT YA F=V R, SAVY Y=L Other diseases Gm2-gangliosidosis, juvenile

ZDtDES EE/Z/BEDOBFRLE3 Other diseases Skin/hair/eye pigmentation, variation in, 3
ZDMDER EEeASHEA Y IIOTY VilE Other diseases Agammaglobulinemia 7, autosomal recessive
TDHDEE ERERZHEEN LTI OTY VMdE3 Other diseases Agammaglobulinemia 3, autosomal recessive
ZDMDEER BRIEHRILE SREE 6 Other diseases Thyroid dyshormonogenesis 6

TDHDEE EFRERIZHEEA LTI OT) VldE4 Other diseases Agammaglobulinemia 4, autosomal recessive
ZDMDEER DIMEEREESGMIAV T VAL F—=TR Other diseases GM1-gangliosidosis, type |, with cardiac involvement
ZDtDES 1o E/ VS —EEE Other diseases 11q partial monosomy syndrome
ZTOtDEE 23ROV UEY T4 )— Other diseases 2-3 toe syndactyly

ZTOtDEE 2T/ TFOEV2A X VT DE VBRI Other diseases 2-aminoadipic 2-oxoadipic aciduria
ZDMDER 2-E ROF S5 IL R ILVEEREE Other diseases 2-hydroxyglutaric aciduria

ZDMDEE 24-DT/ AL CoA LE Y B —HRIBIE Other diseases 2,4-Dienoyl-CoA reductase deficiency
ZDMDER 22q13.3R KFEIREE Other diseases 22q13.3 deletion syndrome

ZDtDES 3p-E FOF LR TF 04 FEKRBERERIEBE Other diseases 3 beta-Hydroxysteroid dehydrogenase deficiency
ZDMDEER 3-AFILY B FZILCABILRF LS —FIRIBE Other diseases 3 Methylcrotonyl-CoA carboxylase 1 deficiency
FDMDEE 3-AFIILY 0O RZLCANILARF L S—H2RIEAE Other diseases 3-methylcrotonyl CoA carboxylase 2 deficiency
ZDtDES AFITINE D VBRELR Other diseases 3-Methylglutaconic aciduria type 1
TDHDEE AFNTIE D UEEREIR Other diseases 3-Methylglutaconic aciduria type 2
ZDtDES AFIT A D UEBERAER Other diseases 3-Methylglutaconic aciduria type 3
FDMDEE AFILT LA O UEERAER Other diseases 3-methylglutaconic aciduria type 9
ZDMDER AFILTILE O UEEREEVEL Other diseases 3-methylglutaconic aciduria type V
ZDMDES BRE, #EFNRE. FPRBLEAFILTILE O VEBRE Other diseases 3-methylglutaconic aciduria with cataracts, neurologic involvement, and neutropenia
ZDMDER MEGDELFEIREE & A FIL S LA 2 VEBERIE Other diseases 3-methylglutaconic aciduria with deafness, encephalopathy, and Leigh-like syndrome
FDMDESE 50-L5 Y 2 —ERBE Other diseases 3-Ox0-5 alpha-steroid delta 4-dehydrogenase deficiency
ZDMDER 3MCHEMREEL Other diseases 3MC syndrome 1

ZOMHNESE 3MCHE(ZEE 2 Other diseases 3MC syndrome 2

ZDtDEE 4—5FHEOIUEIT4)— Other diseases 4-5 finger syndactyly

ZOMDEE 46 XX AR TS PLAE Other diseases 46,XX gonadal dysgenesis

ZDtDEE 46 XYHEREERE Other diseases 46,XY disorder of sex development
FDMDEE 46 XY, S ERAES /N EME = 1 — O/ F— Other diseases 46,XY gonadal dysgenesis, partial, with minifascicular neuropathy
ZDMDEER 46 XYt iR e R Other diseases 46,XY sex reversal, type 6

ZOMHDESE 46, XY SRR 7 R Other diseases 46,XY sex reversal, type 7

ZDthDEE 4 pBHE/ VS —IEIRE Other diseases 4p partial monosomy syndrome

ZDMDEE 5-A%Y 70 F—ERIBE Other diseases 5-Oxoprolinase deficiency

ZDMDEER AarskogfiE {E B Other diseases Aarskog syndrome

ZDMDES ABZ 204 F—3 X Dutch®! Other diseases ABeta amyloidosis, Dutch type

ZDtDEE AB7 2 AA F—3 R lowa! Other diseases ABeta amyloidosis, lowa type

FDMDEE AblePharon-macrostomiafiE & & Other diseases Ablepharon macrostomia syndrome
ZDMDEER KINEERMRIESHEERSR Other diseases Abnormal basal ganglia MRI signal intensity
ZDMDEE HmEE Other diseases Abnormal bleeding

ZDMDEER KEEE Other diseases Abnormal blistering of the skin

ZTDMDEE mRHNTYLRERSE Other diseases Abnormal concentration of calcium in blood
ZDMDER RELEES Other diseases Abnormal cortical gyration

ZDMDEE BEEROEE Other diseases Abnormal facial shape

ZDMDER BB KEERITEESR Other diseases Abnormal lactate dehydrogenase activity
ZDMDES ERBTERES Other diseases Abnormal macular morphology

ZDMDEER HBER Other diseases Abnormal myelination

ZFDMDES RN/ —VRE Other diseases Abnormal pattern of respiration

ZTOhDEE /M RHERE R Other diseases Abnormal platelet function

ZFDMDES M/NMERERSE Other diseases Abnormal platelet morphology

ZDtDES M/NERIRESE Other diseases Abnormal platelet shape

ZFDMDES SAMEBHIR Other diseases Abnormal pyramidal signs

ZDMDEER BIERERE Other diseases Abnormal retinal morphology

ZDMDEE migERE Other diseases Abnormal thrombosis

ZDMDEER FREGH -1 —OVDORERER Other diseases Abnormal upper motor neuron morphology
ZFDMDES i - EmBBORE Other diseases Abnormality of blood and blood-forming tissues
ZDMDER IR EERE Other diseases Abnormality of brain morphology
ZFDMDES BEHENESR Other diseases Abnormality of brainstem morphology
ZDMDEER RRERMEERE Other diseases Abnormality of cardiovascular system morphology
ZFDHDES MR EROESR Other diseases Abnormality of cellular immune system
ZDtDEE MmikEEEE Other diseases Abnormality of coagulation

ZDtDEE EEAHEP118 Other diseases Abnormality of color vision

ZDtDES IFAILEDEE Other diseases Abnormality of dental enamel

ZFDMDES HEE3DEE Other diseases Abnormality of earlobe

ZDMDER BEAAREADEE Other diseases Abnormality of iron homeostasis
ZFDMDES HEMREESOESR Other diseases Abnormality of neuronal migration
ZDMDEER BEEE Other diseases Abnormality of pain sensation

ZFDMDES BRBEORE Other diseases Abnormality of skeletal morphology
ZDtDES THREEDER Other diseases Abnormality of T cell physiology

ZFDMDES ARMDEE Other diseases Abnormality of the anterior fontanelle
ZDMDEER IFHDESE Other diseases Abnormality of the anus

ZotDEE ARBEEZORE Other diseases Abnormality of the basal ganglia

ZTDHMDEE NXNDRE Other diseases Abnormality of the cerebellum

ZOMHDEE KR EDRE Other diseases Abnormality of the cerebral cortex
ZTDHMDEE MEEORE Other diseases Abnormality of the cerebral white matter
ZFDHDES BHOER Other diseases Abnormality of the cervical spine
ZDtDES IRIEEOEE Other diseases Abnormality of the choroid

ZFDHDES BREDOEE Other diseases Abnormality of the corpus callosum
ZTDHMDEE WHRE Other diseases Abnormality of the dentition

ZFDHDES BREORE Other diseases Abnormality of the diaphragm

ZDtDES IROEE Other diseases Abnormality of the eye

FDHDES EOEE Other diseases Abnormality of the face

ZDtDES EOEE Other diseases Abnormality of the foot

ZFDHDES BRBRER Other diseases Abnormality of the genitourinary system
ZTDHMDEE ZNEABRDRE Other diseases Abnormality of the hairline

FDHDES REREE Other diseases Abnormality of the immune system
ZDtDES HFREENESE Other diseases Abnormality of the intrahepatic bile duct
FDHDES BEoRE Other diseases Abnormality of the kidney

ZDtDES HROEE Other diseases Abnormality of the liver

FDHDES TROEE Other diseases Abnormality of the lower limb

ZDtDES SILNOEE Other diseases Abnormality of the nares

ZFDHDES AEDOEE Other diseases Abnormality of the nasal dorsum
ZDtDES BRERODEE Other diseases Abnormality of the nervous system
ZFDHDES BHREORE Other diseases Abnormality of the optic nerve

ZTDHMDEE NEDNERE Other diseases Abnormality of the outer ear

ZFDHDES MNEDEE Other diseases Abnormality of the ovary

ZDtDES ENDEE Other diseases Abnormality of the pinna
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ZTDHDEE REEENRE Other diseases Abnormality of the posterior cranial fossa
FDMDES BRROEE Other diseases Abnormality of the skeletal system
ZDtDEE EEDEE Other diseases Abnormality of the skin
FDHDES BEDNDEE Other diseases Abnormality of the sternum
ZDtDES ENEE Other diseases Abnormality of the tongue
ZDMDER TEHROEE Other diseases Abnormality of the upper limb
ZTDHDEE HEORE Other diseases Abnormality of the vertebral column

BEEOEE Other diseases Abnormality of the zygomatic bone

HEDEE Other diseases Abnormality of vision

TR NN B B SR Other diseases Abortive cerebellar ataxia

Abruzzo-EricksonfiE{% EE Other diseases Abruzzo-Erickson syndrome

BHTADA Other diseases Absence seizures

TELRBERS R Other diseases Absent Achilles reflex

BRERE Other diseases Absent axillary hair

FRlHE D LA V3D RK Other diseases Absent muscle fiber calpain-3

IEERE Other diseases Absent pubic hair

EExM Other diseases Absent speech

EERKE Other diseases Acanthosis nigricans

B AR Other diseases Accelerated skeletal maturation

B ER R R Other diseases Achondrogenesis type Il

B EREAEIAR Other diseases Achondr type IA

KB EREEIBE Other diseases Achondrogenesis, type IB

BEEY Other diseases Achromatopsia

BEEE?2 Other diseases Achromatopsia 2

BEEE3 Other diseases Achromatopsia 3

BEERE4 Other diseases Achromatopsia 4

BEEES Other diseases Achromatopsia 5

BEER7 Other diseases Achromatopsia 7

BAREYJ1=y b RZE Other diseases Acid-labile subunit deficiency

BRI SRk 3 Other diseases Acne inversa, familial, 3

BEREAES OE VHE Other diseases Acquired hemoglobin H disease

skt A SR i AR B Other diseases Acrocallosal syndrome

i KRB IEEMRE Other diseases Acrocapitofemoral dyspl

REBEIEIE Other diseases Acrocephalosyndactyly

REBSIRELR Other diseases Acrocephalosyndactyly type |

SR BE 1+/-RILE ARG

Other diseases

Acrodysostosis 1 with or without hormone resistance

IR BAE2/-RIVE VR

Other diseases

Acrodysostosis 2, with or without hormone resistance

B Sm AL BE £ B2 AE Other diseases Acroerythrokeratoderma
EEMEIRAIEAE Other diseases Acrokeratosis verruciformis of Hopf

SE{L R BIEE S AE IR B Other diseases Acromelic frontonasal dysostosis

&7 B RS B B AE, Maroteaux B! Other diseases Acromesomelic dysplasia, Maroteaux type
Sin AR ERRE Other diseases Acromicric dysplasia

ACTHIE 1% Other diseases ACTH resistance

KB MEE Other diseases Aculeiform cataract

SMFmkamE. Rkt Other diseases Acute erythroleukemia, familial
DPERVE ST PR R S S Other diseases Acute febrile neutrophilic dermatosis
2HRFTE Other diseases Acute hepatic failure

mMDNAIZO— R Eh -2 VRV BEDERERIC & I EHTLERE

Other diseases

Acute infantile liver failure due to synthesis defect of mtDNA-encoded proteins

SHEMBMEARL T 1Y Vi

Other diseases

Acute intermittent porphyria

SRR RAARE

Other diseases

Acute rhabdomyolysis

T UICATE KOS F—FoRiE

Other diseases

Acyl-CoA dehydrogenase family, member 9, deficiency of

THLZX - AN FERE

Other diseases

Adams-Oliver syndrome

FHELX - A1) N—EEE

Other diseases

Adams-Oliver syndrome 1

THLR - AN FERE

Other diseases

Adams-Oliver syndrome 2

FHELR - A1) IN—EEEE3

Other diseases

Adams-Oliver syndrome 3

THLR - A YNGR

Other diseases

Adams-Oliver syndrome 4

THELX - F 1) IN—fEERES

Other diseases

Adams-Oliver syndrome 5

THLR - A1) AR

Other diseases

Adams-Oliver syndrome 6

FTZVRRAKYRVI S VRITS—ERZE

Other diseases

Adenine phosphoribosyltransferase deficiency

RGBSR Y R—2 R

Other diseases

Adenomatous colonic polyposis

TT/ o oxF—HRIBE

Other diseases

Adenosine kinase deficiency

FT/v=) DEBO LR Rk

Other diseases

Adenosine triphosphate, elevated, of erythrocytes

TToNEER S — B RIBEC & RMmMEE M

Other diseases

Adenylate kinase deficiency, hemolytic anemia due to

FT=O0aNVEBRY T —EREE

Other diseases

Adenylosuccinate lyase deficiency

BEAILAE Other diseases Adermatoglyphia

BB BRI Other diseases Adrenal hyperplasia

A6 XYHEIRMREREE# S EXERBTE Other diseases Adrenal insufficiency, congenital, with 46,XY sex reversal, partial or complete
ACTHS iR £fE Other diseases Adrenocorticotropic hormone deficiency

AR A S8 5iE B Fanconi fEfREE

Other diseases

Adult Fanconi syndrome

RAARAER ) ~ERME

Other diseases

Adult hypophosphatasia

BARY FIL a4 LMk

Other diseases

Adult polyglucosan body disease

ADULT fE{REE Other diseases ADULT syndrome

HEMEREE Other diseases Adult-onset night blindness

| Rk B AR ARSI B 3 Other diseases Advanced sleep phase syndrome, familial, 3
SRUEET 4T /5 U MmE Other diseases Afibrinogenemia, congenital

RABIRETE, £ FERRE Other diseases Aganglionosis, total intestinal

IEERE Y Other diseases Age-related macular degeneration
IEEREE1 3 Other diseases Age-related macular degeneration 13
IEEREE 2 Other diseases Age-related macular degeneration 2
IEEREY 3 Other diseases Age-related macular degeneration 2
IEEREES Other diseases Age-related macular degeneration 5

LBAIIEDO RN

Other diseases

Agenesis of maxillary lateral incisor

RAEHEEE 24 S R RIBE

Other diseases

Agenesis of the corpus callosum with peripheral neuropathy

THBH 21T

Other diseases

Aggressive behavior

itk

Other diseases

Agitation

AICAR S VRRIVES—H/IMPL Y BE FOS—ERZE

Other diseases

AICAR transformylase/IMP cyclohydrolase deficiency

THANTA-UF 1 T—)VIERE

Other diseases

Aicardi Goutieres syndrome

THILT -9 T 1 T—IVEEREE 1

Other diseases

Aicardi Goutieres syndrome 1

THANTA-TT 1 T—IVIERE 2

Other diseases

Aicardi Goutieres syndrome 2

THLTA-TF 4 T—)VIERE 3

Other diseases

Aicardi Goutieres syndrome 3

THALNTA-TT 1 T—IVIERE 4

Other diseases

Aicardi Goutieres syndrome 4

THALTA-TTF 4 T—IVIERE 5

Other diseases

Aicardi Goutieres syndrome 5

THALTA-TIT 1 T—IVIERE 6

Other diseases

Aicardi-Goutieres syndrome 6

THALTA-TF 4 T—IVIERE 7

Other diseases

Aicardi-Goutieres syndrome 7

Al Kaissi fiE &3

Other diseases

Al Kaissi syndrome

Other diseases

Alacrima, achalasia, and mental retardation syndrome

TS5, ACHALASIA, & & UHHEEAEIREE

— LIEIRE L Other diseases Alagille syndrome 1
75 O—IVIEIRE Other diseases Alagille syndrome 2
AlazamifE &2 Other diseases Alazami syndrome
BEMHESESBAKRE Other diseases Albinism, ocular, with sensorineural deafness
BR A2 S B R AEVIEY Other diseases Albinism, oculocutaneous, type VI
HRAZ S B R VI EY Other diseases Albinism, oculocutaneous, type VII
FLIGVE—R Other diseases Alexander Disease
ALGI-E RS ) 3 VIV REIE Other diseases ALG1-CDG
ALGL2-E XM ) AV IEERE Other diseases ALG12-congenital disorder of glycosylation
ALG2-E RS ) 3 VIV R EIE Other diseases ALG2-CDG
ALG3-E XY ) 3 VIV REIE Other diseases ALG3-CDG
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Z0HhDEE ALG8-SEXMES ) 2 VL EBE Other diseases ALG8-CDG

FDMDES ALGO-SEXKMS ) 2 VILIEREE Other diseases ALG9 congenital disorder of glycosylation
ZDtDEE FILHT S URE Other diseases Alkaptonuria

FDHDES Alkuraya-Kucinskas fE{R B Other diseases Alkuraya-Kucinskas syndrome

FDMDEE MCT8RABSE Other diseases Allan-Herndon-Dudley syndrome

ZDMDES =hid &0 Other diseases Alopecia areata

ZDtDES RERERAEEEER Other diseases Alopecia universalis congenita

ZDMDER BREEFEEERL Other diseases Alopecia-intellectual disability syndrome 1
ZDtDES B EE-AEHE A Other diseases Alopecia-intellectual disability syndrome 4
ZDMDER RERE, MIREE. RO BEEREEE Other diseases Alopecia, neurologic defects, and endocrinopathy syndrome
TDHDEE abSEI7 Other diseases alpha Thalassemia

ZDMDER XEFHoY S I7 - BHEHR Other diseases Alpha thalassemia-X-linked intellectual disability syndrome
FDMDEE a-BY YRR ) INF— Other diseases Alpha-B crystallinopathy

ZDMDEER A FILTVI-COATEI—ERZE Other diseases Alpha-methylacyl-CoA racemase deficiency
ZDtDES aN-FEFILASY hY S = F—ERIEBEIR Other diseases Alpha-N-acetylgalactosaminidase deficiency type 1
ZDMDEER AlportfE{R B XE 14 Other diseases Alport syndrome 1, X-linked recessive

TDHDEE AlportfE(ZEE. HEBHEMY Other diseases Alport syndrome 3, autosomal dominant
ZTohDEE AlportfE{&E, HEBEHSMH Other diseases Alport syndrome, autosomal recessive
FDMDEE Alstrom{E{E R Other diseases Alstrom syndrome

ZDMDER INEDOREMEHRE Other diseases Alternating hemiplegia of childhood

ZoHDEE NRORE R 1 Other diseases Alternating t ia of childhood 1

ZDMDER INEDREMRFE2 Other diseases Alternating hemiplegia of childhood 2

ZTDHDEE FILINAI—I& Other diseases Alzheimer disease

ZDMDER FILYinA I —R3E Other diseases Alzheimer disease, type 3

ZDtDES TILYINA T —JF4E Other diseases Alzheimer disease, type 4

ZDMDER FIRIREAMESS Other diseases Ambiguous genitalia

ZDtDES B Other diseases Amblyopia

ZDMDER AMEDJEIREE. 2BIEF Other diseases AMED syndrome, digenic

TDHDEE TAYTRERE, BRERSHE Other diseases Amelia, autosomal recessive

ZDMDEER Kohlschutter-Tonz JE & & Other diseases Amelocerebrohypohidrotic syndrome

FDMDEE IFANEBRTFLE Other diseases Amelogenesis imperfecta

ZDMDER BEERENET S AIVERIRIE Other diseases Amelogenesis imperfecta - hypoplastic autosomal dominant - local
ZDMDEE IFAIVEMBRTLEIGE Other diseases Amelogenesis imperfecta type 1G

ZDtDEE IFAIILBEBERT JARIERE 24T Other diseases Amelogenesis imperfecta, hypocalcification type
FDMDESE IS AIVERBRT JEEFL2 4 TAL Other diseases Amelogenesis imperfecta, hypomaturation type, 1Al
ZDMDEER IFAIILEBRT JFEEF 2484 T1A3 Other diseases Amelogenesis imperfecta, hypomaturation type, [1A3
FDMDEE I+ AILEBRF 1ER Other diseases Amelogenesis imperfecta, type 1E

ZDMDEER IFAIILBEBRT IAZY Other diseases Amelogenesis imperfecta, type IA

FDMDEE IFANERRFLEICE Other diseases Amelogenesis imperfecta, type IC

ZDtDEE IFAINERRTFLEIVE Other diseases Amelogenesis imperfecta, type IV

ZDMDEE T3/ 75—E1REBE Other diseases Aminoacylase 1 deficiency

ZDthDEE —3 v BUNEERE Other diseases Amish lethal microcephaly

ZDMDEE BERBME7ZIOA F—Y 2R3 Other diseases Amyloidosis, primary localized cutaneous, 3
ZDMDEER BERERRELE1 4. +  —HEERBERRM Other diseases Amyotrophic lateral sclerosis 14, with or without frontotemporal dementia
ZDMDES BHEREBIFRBEILE16, HE Other diseases Amyotrophic lateral sclerosis 16, juvenile

HEMEEAIRELE2

Other diseases

Amyotrophic lateral sclerosis 21

hEMRMERIRELE6, +  —HIEERIEERERA

Other diseases

Amyotrophic lateral sclerosis 6, with or without frontotemporal dementia

BEMmIERIRELSE 1., +  —HTSARIEEEERM

Other diseases

Amyotrophic lateral sclerosis and/or frontotemporal dementia 1

HEMRMERIRELELR Other diseases Amyotrophic lateral sclerosis type 1
HEMRERIREILEL0R Other diseases Amyotrophic lateral sclerosis type 10
HEMRERRELELE Other diseases Amyotrophic lateral sclerosis type 11

BEmEEAIRE L EL12R

Other diseases

Amyotrophic lateral sclerosis type 12

HEBERARBILE2 R, HE

Other diseases

Amyotrophic lateral sclerosis type 2, juvenile

BEEE IR 4R

Other diseases

Amyotrophic lateral sclerosis type 4

B E it A RAE L FESEY

Other diseases

Amyotrophic lateral sclerosis type 5

B EEERIRE L fEs R

Other diseases

Amyotrophic lateral sclerosis type 8

FEMEIERIRIEILSE/ N —F > Y S RAEEE

Other diseases

Amyotrophic lateral sclerosis-parkinsonism-dementia complex

B EMERIREILIE 2 4 ~OREZM

Other diseases

Amyotrophic lateral sclerosis, susceptibility to, 24

B Bt Other diseases Amyotrophy, hereditary neuralgic
|7INT S VMg Other diseases Analbuminemia
ZFDMDES anauxetic £ BIE Other diseases Anauxetic dysplasia
ZDMDEER anauxetic EfREL Other diseases Anauxetic dysplasia 1
ZFDMDES anauxetic 24 HE2 Other diseases Anauxetic dysplasia 2
ZDMDEER Andersen TawilfE {& 2 Other diseases Andersen Tawil syndrome
ZFDMDES T2 ROy VR EIER Other diseases Androgen resistance syndrome
ZTOhDEE Al Other diseases Anemia
ZotDEE M/MRBD E DA B, XEHTE Other diseases Anemia without thromobocytopenia, X-linked
ZDMDEER RRMEFMERFBRESERM1aE Other diseases Anemia, congenital dyserythropoietic, type 1a
ZFDMDES LA FAREBEICLSEM Other diseases Anemia, nonspherocytic hemolytic, due to G6PD deficiency
ZDMDEER SEFERMEE LM 1 Other diseases Anemia, sideroblastic, 1
ZDtDEE 3 b Other diseases Anencephaly
ZDMDEER | 10 S Other diseases Angioedema
ZFDMDES 1% BB EAEIREE Other diseases Angioosteohypertrophic syndrome
ZTOhDEE AT AEL/FRAI Other diseases Aniridia 1
ZOMNEE RRAETiHE Other diseases Ankle contracture
ZDMDEER MR\ Other diseases Anonychia
ZDHDEE SEARTK//NIR BK- BB PASHE IR B Other diseases Anophthalmia/microphthalmia-esophageal atresia syndrome
ZDMDEE Ef-RIfOHIcES LD Other diseases Anterior creases of earlobe
ZFDMDES RIERERE R4S Other diseases Anterior segment dysgenesis 3
ZDMDEER RIEREPER %4 Other diseases Anterior segment dysgenesis 4
ZFDMDES RIEREE R %6 Other diseases Anterior segment dysgenesis 6
ZDMDEER RIREPERE7 Other diseases Anterior segment dysgenesis 7
T DEE tEEOHF Other diseases Anteverted nares
ZDtDES T UF hOYE VINRIEBAE Other diseases Antithrombin 11l deficiency
ZFDHDES ATHOA FERBE LSRR F 4 S Antley-Bixler FEIEEE Other diseases Antley-Bixler syndrome with genital anomalies and disordered steroidogenesis
ZDtDES ATOA FEREE L NEREE F DA VD Antley-Bixler FEIREE Other diseases Antley-Bixler syndrome without genital anomalies or disordered steroidogenesis
ZFDHDES TR/ER/BEBRR Other diseases Anxiety
ZDtDES IEMBRTE Other diseases Aplasia of the ovary
ZOMHDEE FERETE Other diseases Aplasia of the uterus
ZDtDES TEREERTE Other diseases Aplasia/hypoplasia involving bones of the lower limbs
ZFDHDES BMREEBRTFE Other diseases Aplasia/Hypoplasia of the corpus callosum
ZTDMDEE AEEHETL Other diseases Aplasia/hypoplasia of the femur
ZFDHDES MERFE Other diseases Aplasia/Hypoplasia of the nails
ZDtDES SEITIR /MRS Other diseases Apnea
ZFDHDES o K 14 B R 47V O i AR B/ o R 1 R AR B S D IR 1 B Other diseases Apnea, central sleep
ZDtDES 7R REAEQREE Other diseases Apolipoprotein C2 deficiency
T D DEE ENTOHIEINTF A FBFIERE Other diseases Apparent mineralocorticoid excess
ZDtDES < HIRIBAE Other diseases Arachnodactyly
ZFDHDES <HiEER Other diseases Arachnoid cyst
ZDMDEER Arboleda-Tham$E1& B Other diseases Arboleda-Tham syndrome
ZFDHDES TILXF—ERZE Other diseases Arginase deficiency
ZDtDES TFLX=ZV  JUSUT IV REBERRISE Other diseases Arginine:glycine amidinotransferase deficiency
ZFDHDES FILX=/aANIBUT—ERZE Other diseases Argininosuccinate lyase deficiency
ZDtDES TOXE—ERZE Other diseases Aromatase deficiency
ZOMDEE EEES Other diseases Arthritis
ZDtDES RXMS R B NRE Other diseases Arthrogryposis multiplex congenita
ZFDHDES KXM SRR NMEE 3, HRMER Other diseases Arthrogryposis multiplex congenita 3, myogenic type
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ZDtDEE tERA BT HARIE 4 IR RIEE 5 WHR AR Other diseases Arthrogryposis multiplex congenita 4, neurogenic, with agenesis of the corpus callosum
FDMDES B B A fE 5 Other diseases Arthrogryposis multiplex congenita 5

ZDtDEE S SEMERIETMMRE, ST D RIBE M S iR AR Other diseases Arthrogryposis multiplex congenita, neurogenic, with myelin defect
FDHDES HEE-AREREENEE-ERG R Other diseases Arthrogryposis- oculomotor limitation-electroretinal anomalies syndrome
FDMDEE e O EN EEERARNFS NWRERETE Other diseases Arthrogryposis, cleft palate, craniosynostosis, and impaired intellectual development
ZDMDER & E A B HIARAE 2B2 Other diseases Arthrogryposis, distal, type 282

FDMDEE =R RSB ARAE 2B3 Other diseases Arthrogryposis, distal, type 2B3

ZDMDER s, R EARES S URMEEE Other diseases Arthrogryposis, distal, with impaired proprioception and touch
ZDtDES BAEN G - FHER - TADA Other diseases Arthrogryposis, mental retardation, and seizures

ZDMDER ArtsTE(REE Other diseases Arts syndrome

ZDtDES TFARANSXUERBRRIERE Other diseases Asparagine synthetase deficiency

ZDMDER FRSNIWFILT LAY I URE Other diseases Aspartylglucosaminuria

ZTothDEE RFEMERIFRR R IE/MRFEMEMIB X b AT ¢ —/RIFEMEMZARAERE2 | Other diseases Asphyxiating thoracic dystrophy 2

ZTOtDEE RFEMERIFRR R IE/MRFEMEMIB X b AT ¢ —/RIEMEMZIA L ERES | Other diseases Asphyxiating thoracic dystrophy 4

ZTothDEE RFEMERIFRR R IE/MRFEMEMIB L X b AT ¢ —/RIFEMEMZIALEES | Other diseases Asphyxiating thoracic dystrophy 5

ZDtDES RS i 2% Other diseases Aspiration pneumonia

ZDMDER SRS/ EIRRE Other diseases Asplenia, isolated congenital

ZDtDES JExt FitE P IRAE KIE Other diseases Asymmetric septal hypertrophy

ZDMDER HZBD IR FRTE Other diseases Asymmetry of the thorax

ZTDHDEE SEENRIRE Other diseases Ataxia

ZDMDER E-TEARMEREIE TRE-ARIKMBIE S X b0 7 4 —fE(REE Other diseases Ataxia-hypogonadism-choroidal dystrophy syndrome

FDMDEE — BN IR R R FRA R Other diseases Ataxia-oculomotor apraxia 4

ZDMDER ENAR R KA1 EY Other diseases Ataxia-oculomotor apraxia type 1

ZDtDES SR ER R Other diseases Ataxia-pancytopenia syndrome

ZDMDER o 14 18 B 4 5/ 10 B R 14 R BRI E Other diseases Ataxia-telangiectasia syndrome

ZDMDEE RRTEEEN KR/ M SR L RELER Other diseases Ataxia-telangiectasia variant

ZTohDEE RoR BB K AR BRAE IR BY Other diseases Ataxia-telangiectasia-like disorder

ZotDEE Lo PEE BN K AR IR EE 1 Other diseases Ataxia-telangiectasia-like disorder 1

ZDMDER AR TEEEN R ARARIEIREE 2 Other diseases Ataxia-telangiectasia-like disorder 2

AN ES & URAB R & - S - 1B PR

Other diseases

Ataxia, combined cerebellar and peripheral, with hearing loss and diabetes mellitus

BRI, BRER, BREKEN

Other diseases

Ataxia, sensory, autosomal dominant

BHK SN EREREYE

Other diseases

Ataxia, spastic, 1, autosomal dominant

BRI L ERAERSHE

Other diseases

Ataxia, spastic, 2, autosomal recessive

ZOtDEE EERREML BREBARS I /NRE SRR R L REE Other diseases Ataxia, spastic, childhood-onset, autosomal recessive, with optic atrophy and mental retardation
ZTDMDEE 7T O—LHENALE Other diseases Ateleiotic dwarfism

ZDMDEER BRETLER Other diseases Atelosteogenesis type ||

ZOMDEE BRETLEIR Other diseases Atelc is type Il

ZDMDEER BEPRRIBLE Other diseases Atrioventricular septal defect

ZDMDEE BEPRRIBES Other diseases Atrioventricular septal defect 4

ZDMDEER BEPRRIBAES Other diseases Atrioventricular septal defect 5

ZTDHDEE G EIRBRE G Other diseases Atrophia bulborum hereditaria

ZDMDER SEBRI - ZEAE Other diseases Attention deficit hyperactivity disorder

ZDDES ATTRVI22I7 S04 F— R Other diseases ATTRV122| amyloidosis

ZDMDER JF 4 R iE M0 14 PR B AESE IR EE Other diseases Atypical hemolytic uremic syndrome

FDMDEE JE AR 7 1 4 R 25 e (R BE L Other diseases Atypical hemolytic-uremic syndrome 1

ZDMDEER JF 48 R M0 14 PR B IR B2 Other diseases Atypical hemolytic-uremic syndrome 2

FDMDEE JE AR 7 1 14 R 25 i (R BE3 Other diseases Atypical hemolytic-uremic syndrome 3

ZDMDEER Ik 48 R i M0 14 PR B EE IR BES Other diseases Atypical hemolytic-uremic syndrome 5

ZDMDES JEE R RettFEIREE Other diseases Atypical Rett syndrome

ZODES Au-Kline SEfR ¥ Other diseases AU-KLINE SYNDROME

ZDMDES BEAEEE- ANEEREIRE Other diseases Auditory neuropathy-optic atrophy syndrome

ZDMDER Auriculocondylar fE{ZE Other diseases Auriculocondylar syndrome

ZotDEE Auriculocondylar fE{ZEE1 Other diseases Auriculocondylar syndrome 1

ZDMDEER Auriculocondylar fiE {% 22 Other diseases Auriculocondylar syndrome 2

ZOMNEE BEAE1 7 Other diseases Autism 17

ZTohDEE BEIES Other diseases Autism 5

ZFDMDES BEARRY S LE Other diseases Autism spectrum disorder

ZDMDEER BEE~DEZMH18 Other diseases Autism, susceptibility to, 18

ZFDMDES BEAE~DBZE. XEHEMES Other diseases Autism, susceptibility to, X-linked 3

ZDtDES BEE~NDREZME, xEHEME4 Other diseases Autism, susceptibility to, X-linked 4

ZOMNEE BEARTE Other diseases Autistic behavior

ZTOhDEE INREISEE D BRI EEE Other diseases Autistic disorder of childhood onset

ZFDMDES BEREEE. SR, ILEHMFEL Other diseases Autoimmune disease, multisystem, infantile-onset, 1

ZDtDES BEREESE, ERBESEEERR Other diseases Autoimmune disease, syndromic multisystem

ZFDMDES BEAEHRESMES. HEfEE. BEES Other diseases Autoimmune interstitial lung, joint, and kidney disease

ZDMDEER BEGEN) L/ EEERER Other diseases Autoimmune lymphoproliferative syndrome

ZDtDEE HEREN L/ EIEREIRE 285 Other diseases Autoimmune lymphoproliferative syndrome type 2B

ZDMDEER BE&ENE) L/ MEEEER SR Other diseases Autoimmune lymphoproliferative syndrome type V

ZFDMDES BERENEY o/ IBEEEEE Other diseases Autoimmune lymphoproliferative syndrome, type Il

ZTOhDEE ARBREHS BORE Other diseases Autoinflammation with infantile enterocolitis

ZotDEE BHO %, RERE. FEIKENE Other diseases Autoinflammation, immune dysregulation, and eosinophilia
ZDMDEER FEMER—F = v NEERE C REMEIRE Other diseases Autoinflammatory syndrome, familial, Behcet-like

ZOMDEE BCREWEIRE. Rk, +/ RETE Other diseases AUTOINFLAMMATORY SYNDROME, FAMILIAL, WITH OR WITHOUT IMMUNODEFICIENCY
ZDMDEE BREKREE SMREEET S F—R Other diseases Autosomal dominant distal renal tubular acidosis

ZFDMDES EEEEEHEY VBRNEE SR Other diseases Autosomal dominant hypophosphatemic rickets

ZDtDES ERERBEHEMNRERET Other diseases Autosomal dominant intellectual developmental disorder 64
ZotDEE EEEREEMIEYIFFOELRZE Other diseases Autosomal dominant isolated somatotropin deficiency

ZDtDES HHE KBNS FRFBREAAE TUBB1REE Other diseases Autosomal dominant macrothrombocytopenia TUBB1-related
ZFDHDES EEeAENERBMEZESHENERT Other diseases Autosomal dominant medullary cystic kidney disease with hyperuricemia
ZDtDES EEEAEESREBNE/ HEEERE Other diseases Autosomal dominant medullary cystic kidney disease with or without hyperuricemia
ZFDHDES EEEAEETE DS BEERFAERE Other diseases Autosomal dominant neovascular inflammatory vitreoretinopathy
ZDtDES EEEREHRENBEETANA Other diseases Autosomal dominant nocturnal frontal lobe epilepsy

ZFDHDES ELERENEEERRE Other diseases Autosomal dominant omodysplasia

ZDtDES EEEREMTRIRAETE Other diseases Autosomal dominant optic atrophy classic form

ZFDHDES EEEAEEXKERERL Other diseases Autosomal dominant osteopetrosis 1

ZDtDES EEEABEEXERER2 Other diseases Autosomal dominant osteopetrosis 2

ZFDHDES BEERBEESREREE Other diseases Autosomal dominant polycystic kidney disease

ZTOtDEE ETHESNRBHFE-S b2 R 7ONARK, R EEKEM1 Other diseases Autosomal dominant progressive external ophthalmoplegia with mitochondrial DNA deletions 1
ZTOtDEE ETHESNRBFE-S b2 FY 7ONARK, BEREKENES Other diseases Autosomal dominant progressive external ophthalmoplegia with mitochondrial DNA deletions 3
ZTOtDEE ETHESNRBFE-S b2 R 7ONARK, BREKEMES Other diseases Autosomal dominant progressive external ophthalmoplegia with mitochondrial DNA deletions 5
ZDtDES EEEREHAHETI R TOUEIR Other diseases Autosomal dominant pseudohypoaldosteronism type 1

ZFDHDES BEEEREER LA A =T 4 Other diseases Autosomal dominant torsion dystonia 4

ZDtDES EReASHT ARSI OT ) ViniE Other diseases Autosomal recessive agammaglobulinemia 1

ZFDHDES EEEARSHBHRBEEE L MRHRERE Other diseases Autosomal recessive axonal neuropathy with neuromyotonia
ZTDHMDEE R E KRS /XS KR Other diseases Autosomal recessive cerebellar ataxia

ZFDHDES EEEERSHNNERE-Y v H— FEAEREE Other diseases Autosomal recessive cerebellar ataxia-saccadic intrusion syndrome
ZDtDES B3 AR S AR B I E -/ BB A IR B Other diseases Autosomal recessive chorioretinopathy-microcephaly syndrome
ZFDHDES EEEARSHEMTEE RS Other diseases Autosomal recessive complex spastic paraplegia

ZDtDES e =N AL CrediY oy Other diseases Autosomal recessive congenital ichthyosis

ZFDHDES EEefgthEataiE Other diseases Autosomal recessive congenital ichthyosis 1
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ZDtDEE EEEESHE Other diseases Autosomal recessive congenital ichthyosis 10
FDMDES BEEHKS Other diseases Autosomal recessive congenital ichthyosis 2
ZDtDEE ES=N¥A Other diseases Autosomal recessive congenital ichthyosis 3
FDHDES BEEHAKS Other diseases Autosomal recessive congenital ichthyosis 4A
ZDtDES ESEN¥A Other diseases Autosomal recessive congenital ichthyosis 48
ZDMDER BEEHAy Other diseases Autosomal recessive congenital ichthyosis 5
ZDtDES EEEESHE Other diseases Autosomal recessive congenital ichthyosis 6
ZDMDER BEEHAy Other diseases Autosomal recessive congenital ichthyosis 9
ZDtDES EEEESHE Other diseases Autosomal recessive cutis laxa type 1B
ZDMDER HREEERSHEREMIEEB Other diseases Autosomal recessive cutis laxa type 2B
ZFDMDESR ALY R EEE2C Other diseases Autosomal recessive cutis laxa type 2C
ZDMDER HREEARSHEREMIEEL Other diseases Autosomal recessive cutis laxa type 3B
ZFDMDESR HREALHEREMEREIA Other diseases Autosomal recessive cutis laxa type IA
ZDMDEER HBEBALHEDOPARGIES A F=7 Other diseases Autosomal recessive DOPA responsive dystonia
ZFDMDESR B A TR TRV IR ZE R AR A R B Other diseases Autosomal recessive hypohidrotic ectodermal dysplasia syndrome
ZDMDEER BEEASHEY D EBOEEEESR Other diseases Autosomal recessive hypophosphatemic bone disease
ZDtDES EBEEERLSHIRSHIL S LME Other diseases Autosomal recessive infantile hypercalcemia
ZDMDER R K S HKenny-Caffey fEIREE Other diseases Autosomal recessive Kenny-Caffey syndrome
ZDtDES ELEERSHEREHRGF A PO T 4 —28 Other diseases Autosomal recessive limb-girdle muscular dystrophy type 2B
ZDMDER BEEASHERFREFCA DT 4 —2D Other diseases Autosomal recessive limb-girdle muscular dystrophy type 2D
ZDtDES ELEEARSHEHRHG A O T 4 —2E Other diseases Autosomal recessive limb-girdle muscular dystrophy type 2E
ZDMDER EEEASHERTRHF A O T 4 —2F Other diseases Autosomal recessive limb-girdle muscular dystrophy type 2F
ZDtDES ELEEARSHRHERHF R O T 4 —26 Other diseases Autosomal recessive limb-girdle muscular dystrophy type 2G
ZDMDER EBEERSESRERRSERE Other diseases Autosomal recessive multiple pterygium syndrome
ZDtDES EEEALHEXERERL Other diseases Autosomal recessive osteopetrosis 1
ZDMDER BEAERLUXRERERL Other diseases Autosomal recessive osteopetrosis 4
ZDtDES ELEERLUESRUEBRTES Other diseases Autosomal recessive polycystic kidney disease
ZDMDER E =0 HE7IL FRTOE1R Other diseases Autosomal recessive pseudohypoaldosteronism type 1
ZDtDES EEeESEEEERARE Other diseases Autosomal recessive spastic ataxia

ZDMDEER JRFEME A BR B B M B ERIEAEL Other diseases Avascular necrosis of femoral head, primary, 1
ZDMDES FRY—/BESA+ET 41— Other diseases Avellino corneal dystrophy

ZDMDER Axenfield-Rieger SE{ZEE1H! Other diseases Axenfeld-Rieger syndrome type 1

FDMDEE Axenfield-Rieger JE{ZEF3H! Other diseases Axenfeld-Rieger syndrome type 3

ZDtDEE BEEHBRIRERRE Other diseases Axial spondylometaphyseal dysplasia
ZDMDEE BEDOV/INAR Other diseases Axillary freckling

ZDMDEER Ayme-gripp fEIEEE Other diseases Ayme-gripp syndrome

ZDMDES NFKB & THERE 7 L ¥ — %4 5 BHIRE ML Other diseases B-cell expansion with NFKB and T-cell anergy
ZDMDEER NEVZRFX—RE Other diseases Babinski sign

ZFDDESR I F/8F—, X, Baily-Bloch Other diseases Bailey-Bloch congenital myopathy

ZDMDEER Bainbridge-Ropers fiE {& & Other diseases Bainbridge-Ropers syndrome

FDMDEE Baller-Gerold JE{&EE Other diseases Baller-Gerold syndrome

ZDMDEER Bannayan-Riley-Ruvalcaba fE{ZEF Other diseases Bannayan-Riley-Ruvalcaba syndrome
FDMDEE Baraitser-Winter SE{ZEf 1 Other diseases Baraitser-Winter syndrome 1

ZDMDEER Baraitser-Winter SE{ZEf 2 Other diseases Baraitser-Winter Syndrome 2

FDMDEE Barber-SayfE IR & Other diseases Barber-Say syndrome

ZDMDER NILT - E— FIVERE Other diseases Bardet-Bied| syndrome

FDMDESE NILT - E— FILEREEEL Other diseases Bardet-Bied| syndrome 1

ZDMDER NILT - E— FIVEEIREE10 Other diseases Bardet-Bied| syndrome 10

FDMDESE NILT - E— FILEREE1 Other diseases Bardet-Bied| syndrome 11

ZDMDEER NILT - E— FIVEEIREE12 Other diseases Bardet-Bied| syndrome 12

FDMDESE NILT - E— FILEREEL13 Other diseases Bardet-Bied| syndrome 13

FOMDESR NILT « E— FILEEIRE14 Other diseases Bardet-Bied| syndrome 14

FDMDESE NILT - E— FILEREELS Other diseases Bardet-Bied| syndrome 15

ZDMDER NILT - E— FIVEEIREE 16 Other diseases Bardet-Bied| syndrome 16

FDMDESE NILT - E— FILEREE19 Other diseases Bardet-Bied| syndrome 19

ZDMDER NILT - E— FIVEEIREE2 Other diseases Bardet-Bied| syndrome 2

ZFDMDES NILT - E— FIVEIREE20 Other diseases Bardet-Bied| syndrome 20

ZDMDEER NILT - E— FIVEEIREE21 Other diseases Bardet-Bied| syndrome 21

ZFDMDES NILT - E— FIVEEIREE3 Other diseases Bardet-Bied| syndrome 3

ZDMDER NILT - E— FIVEEIRE4 Other diseases Bardet-Bied| syndrome 4

ZFDMDES NILT - E— FIVEEIREES Other diseases Bardet-Bied| syndrome 5

ZDMDEER NILT - E— FIVEEIREE6 Other diseases Bardet-Bied| syndrome 6

ZFDMDES NILT - E— FIVEEIREE7 Other diseases Bardet-Bied| syndrome 7

ZDMDEER NILT - E— FIVEEIREES Other diseases Bardet-Bied| syndrome 8

ZFDMDES NILT - E— FIVEIRER Other diseases Bardet-Bied| syndrome 9

ZDMDEER T ) L NBRIEIREE Other diseases Bare lymphocyte syndrome 2

ZFDMDES B ) D/ SERAEIREE LR Other diseases Bare lymphocyte syndrome type 1

ZDMDEER T UNBREREDE, HBES Other diseases Bare lymphocyte syndrome, type Il, complementation group c
ZFDMDES 18R s Other diseases Barrel-shaped chest

ZDMDEER Bartterf@4a%! Other diseases Bartter disease type 4a

ZFDMDES BartterfE{RBf Other diseases Bartter syndrome

ZDMDEER BartterfE{&E§ 35 Other diseases Bartter syndrome type 3

ZFDMDES BartterfE/ZEE 18 BA4E Other diseases Bartter syndrome, type 1, antenatal
ZDMDEER BartterfE{R B 28 Bh 4 Other diseases Bartter syndrome, type 2, antenatal
ZFDMDES BartterfiE{&Ef4b%! Other diseases Bartter syndrome, type 4b

ZDMDEER HEEZRBRILE, FEME4 Other diseases Basal ganglia calcification, idiopathic, 4
ZotDEE HERBRILE. 5547, ¥L6ESH Other diseases Basal ganglia calcification, idiopathic, 7, autosomal recessive
ZDMDEER Basel-Vanagaite-Smirin-Yosef fE{&&f Other diseases Basel-Vanagaite-Smirin-Yosef syndrome
ZotDEE Basilicata-Akhtar fE{ZEE Other diseases Basilicata-Akhtar syndrome

ZTohDEE EBE Other diseases Beaded hair

ZFDMDES Beare-Stevenson cutis gyrata fE{REE Other diseases Beare-Stevenson cutis gyrata syndrome
ZDMDEER Beaulieu-Boycott-Innes SE{ZEE Other diseases Beaulieu-Boycott-Innes syndrome

ZFDHDES Beck-Fahrner SE{ZEE Other diseases Beck-Fahrner syndrome

ZDtDES Ny h—BFEISA D T4 — Other diseases Becker muscular dystrophy

ZFDHDES Beckwith-WiedemannfE {& & Other diseases Beckwith-Wiedemann syndrome

ZDtDES THES Other diseases Behavioral abnormality

ZFDHDES ~N)LE D ER Other diseases Bell-shaped thorax

ZDtDES BHRODARER A O 4 — Other diseases Benign concentric annular macular dystrophy
ZOMHDEE REREE MR Other diseases Benign familial hematuria

ZOMHNES RUREMHE RRE Other diseases Benign familial neonatal seizures

ZOMHDEE BUEREMESERREMEL Other diseases Benign familial neonatal seizures 1

ZTDMDEE RUREMHEREN2 Other diseases Benign familial neonatal seizures 2

ZFDHDES BUREEERRE Other diseases Benign hereditary chorea

ZDtDES BHEBREMEFRNET S i 28 Other diseases Benign recurrent intrahepatic cholestasis type 2
ZFDHDES A - - B EMRUEIRE Other diseases Bent bone dysplasia syndrome

ZDMDEER Bernard Soulier SEREEE Other diseases Bernard Soulier syndrome

ZFDHDES ELBAESHEARZI O T4 /18— Other diseases Bestrophinopathy, autosomal recessive
ZTDHMDEE BYStI7 Other diseases beta Thalassemia

ZOMHDEE PIEERYSEIT Other diseases Beta thalassemia intermedia

ZDMDEER BERYSEIT Other diseases Beta thalassemia major

ZFDHDES BD-XV/ U E—=VR Other diseases Beta-D-mannosidosis

ZDtDES B-EROFLAYVIFYI-CATT VS—ERIEHE Other diseases Beta-hydroxyisobutyryl-CoA deacylase deficiency
ZFDHDES dominant®B-4 5+ X 7, #HAKE Other diseases Beta-thal dominant inclusion body type
ZDMDEE AN LLSH/IF—1 Other diseases Bethlem myopathy 1

ZFDHDES NRAUVLEFIF—2 Other diseases Bethlem myopathy 2

ZDtDES Ea—9 RBEEEETE Other diseases Beukes hip dysplasia

ZFDHDES BHAREBEE 7 T ZILT7 5= VINEA Other diseases BH4-deficient hyperphenylalaninemia A
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ZFDMDEE Biettiff @MEABE A O T 14— Other diseases Bietti crystalline corneoretinal dystrophy

T DEE ZHhE Other diseases Bifid ribs

ZDtDEE ZHEEMENILA XY — LBRRIEE Other diseases Bifunctional peroxisomal enzyme deficiency
FDHDES mAnER Other diseases Bilateral cleft lip

ZDtDES mMEAODEER Other diseases Bilateral cleft lip and palate

ZDMDER mAnER Other diseases Bilateral cleft palate

ZDtDES MAEEEEEEE Other diseases Bilateral conductive hearing impairment
ZDMDER W/ ER Other diseases Bilateral microphthalmos

ZDtDES mEETRZ Other diseases Bilateral renal agenesis

ZDMDER A AT Other diseases Bilateral right-sidedness sequence
ZDtDES MEREEREEEE Other diseases Bilateral sensorineural hearing impairment
ZDMDER At R IR E Other diseases Bilateral talipes equinovarus

ZOMhDEE J5R 56 14 R ST BA IR IR FE 2 Other diseases BILE ACID MALABSORPTION, PRIMARY, 2
ZDMDEER RRMEABREHREES Other diseases Bile acid synthesis defect, congenital, 3
ZDtDES EdFURGHERMEERERES Other diseases Biotin-responsive basal ganglia disease
ZDMDEER Birk-Barel fE{Z & Other diseases Birk-Barel syndrome

ZDtDES kS, m/hRE 2 1 Other diseases Bleeding disorder, platelet-type, 21
ZDMDER gk, m/MRE 2 4 Other diseases Bleeding disorder, platelet-type, 24
ZDtDES HRER Other diseases Blepharitis

ZDMDER PR B R B 1 Other diseases Blepharocheilodontic syndrome 1
ZDtDES IR PIAEREE 2 Other diseases Blepharocheilodontic syndrome 2
ZDMDER AR SR/ Other diseases Blepharophimosis

FDMDEE RS/ —XNROEE . SBBYSE! Other diseases Blepharophimosis - intellectual disability syndrome, SBBYS type
Z0MDEE BRZ /N — R Other diseases BLEPHAROPHIMOSIS-IMPAIRED INTELLECTUAL DEVELOPMENT SYNDROME
ZDtDES R/, REETE, FNEAER Other diseases Blepharophimosis, ptosis, and epicanthus inversus
ZTohDEE 5/%8 Other diseases Blindness

FDMDEE Bloom JiE {&& Other diseases Bloom syndrome

ZDMDES ERILEYBERERE Other diseases Blue rubber bleb nevus

TDHDEE NEHE Other diseases Blurred vision

ZOthDER AT 4 YRERENHEREFE2 O Other diseases BODY MASS INDEX QUANTITATIVE TRAIT LOCUS 20
FDMDEE Bohring-OpitzfE & B Other diseases Bohring-Opitz syndrome

ZDMDER BHE5eiE. HHE AR, S Other diseases Bone fragility with contractures, arterial rupture, and deafness
ZDMDEE BHHBETS2 Other diseases Bone marrow failure syndrome 2
ZDMDER BHBETS Other diseases Bone marrow failure syndrome 3
ZDMDEE BHHAET S Other diseases Bone marrow failure syndrome 4
ZDMDEER B E Other diseases Bone marrow hypocellularity

ZotDEE BEEENEESEFEL Other diseases Bone mineral density quantitative trait locus 1
ZDMDEER Borjeson-Forssman-Lehmann fE{&EE Other diseases Borjeson-Forssman-Lehmann syndrome
FDMDEE Bosch-Boonstra-Schaaf optic atrophy fE{&EE Other diseases Bosch-Boonstra-Schaaf optic atrophy syndrome
ZDMDEER Bosley-Salih-Alorainy fE{Z & Other diseases Bosley-Salih-Alorainy syndrome

FDMDEE Bothnia EC X FO T 4 — Other diseases Bothnia retinal dystrophy

ZDMDES LB O Other diseases Bowed humerus

ZDMDEE BifICE 5 FE D Other diseases Bowing of limbs due to multiple fractures
ZDMDEER REBOEH Other diseases Bowing of the long bones

ZDMDES JEEEE Other diseases Brachycephaly

ZDMDER pkiztnd Other diseases Brachydactyly

ZDMDES EfgEALE Other diseases Brachydactyly type Al

ZDMDER sEfRfER2R! Other diseases Brachydactyly type B2

ZDMDEE fagECR! Other diseases Brachydactyly type C

ZDMDEER jRi-tndvEY Other diseases Brachydactyly type E2

ZDMDEE IR - SMEAEIREE Other diseases Brachydactyly-arterial hypertension syndrome
ZDMDEER EiE-SIREIRE Other diseases Brachydactyly-syndactyly syndrome
ZDMDES SRR Other diseases Brachyolmia

ZDMDER EEHEMRE Other diseases Brachyrachia (short spine dysplasia)
ZDMDES SRR Other diseases Brachyturricephaly

ZDMDER EENRIE Other diseases Bradykinesia

ZFDMDES EBRRE Other diseases Bradyopsia

ZDtDES BOERE, HREME, BERHEILE Other diseases Brain abnormalities, neurodegeneration, and dysosteosclerosis
ZFDMDES T EHBAE Other diseases Brain atrophy

ZTohDEE [Msia Other diseases Brain malformation

ZotDEE WL RBEDEE Other diseases Brain malformations and urinary tract defects
ZDMDEER | AR5 2 S A Other diseases Brainstem dysplasia

ZDtDEE Bigs)A—< Other diseases Brainstem glioma

ZDMDEER SIEEET FERKRERY S —ERIEE Other diseases Branched-chain keto acid dehydrogenase kinase deficiency
ZFDMDES 2 - R - BBEEIRE Other diseases Branchiooculofacial syndrome

ZDMDEER BEEREL Other diseases Branchiootic syndrome 1

ZotDEE fREAEIREE3 Other diseases Branchiootic syndrome 3

ZDMDEER BE BEBEREL Other diseases Branchiootorenal Syndrome 1

ZDHDEE EHEY Other diseases Breast neopl.

ZDMDEER B Other diseases Breech presentation

ZOMNEE R R ST IR Other diseases Brisk reflexes

ZDMDEER £ DR P i B 1 Other diseases Brittle cornea syndrome 1

ZDDEE £ R e P AE IR BE 2 Other diseases Brittle cornea syndrome 2

ZTOhDEE HBIA L VBT EERR Other diseases Broad forehead

ZotDEE JaT4—SH/8— Other diseases Brody myopathy

ZTohDEE RE IR Other diseases Bronchiectasis

ZotDEE Brooke-Spiegler fE{ZEE Other diseases Brooke-Spiegler syndrome

ZDMDEER Brown-Vialetto-Van Laere JE{&EE 1 Other diseases Brown-Vialetto-Van Laere syndrome 1
ZFDMDES Brown-Vialetto-Van Laere SE{REE 2 Other diseases Brown-Vialetto-Van Laere syndrome 2
ZDMDEER Bruck SE{EEE Other diseases Bruck syndrome

ZotDEE Bruck fE{REE 1 Other diseases Bruck syndrome 1

ZDtDES TIVH S ERES Other diseases Brugada syndrome 3

ZFDHDES TIVH S EIRES Other diseases Brugada syndrome 5

ZDtDES T E~DEZME Other diseases Bruising susceptibility

ZFDHDES Brunner fE{ZEE Other diseases Brunner syndrome

ZTDMDEE wELY Other diseases Bruxism

ZFDHDES BRERE Other diseases Bulbar palsy

ZTDMDEE HROH Other diseases Bulbous nose

ZFDHDES BIRDBIERE Other diseases Bulbous tips of toes

ZoHhDEE KA R B ERIR AT R AE Other diseases Bullous ichthyosiform erythroderma
ZFDHDES ClqRZHE Other diseases C1q deficiency

ZTDMDEE ERE Other diseases Cachexia

ZFDHDES BRI EEESh 74 LY Other diseases Cafv©-au-lait macules with pulmonary stenosis
ZDtDES h7z4LE Other diseases Cafe-au-lait spot

ZFDHDES BIEEEME Other diseases Calcaneovalgus deformity

ZTDHDEE Hoy LEBRE Other diseases Calcium nephrolithiasis

T D DEE T agEHIN Y LRBRERE Other diseases Calcium oxalate urolithiasis

ZDtDES S BHIFEDHIEX Other diseases Calf muscle hypertrophy

ZFDHDES TBISE Other diseases Camptodactyly

ZDMDEER CATSHL EIZEE Other diseases Camptodactyly-tall stature-scoliosis-hearing loss syndrome
ZFDHDES NWOTRA) I EBRK Other diseases Camptomelic dysplasia

ZDtDES RiEENF VR Other diseases Canavan Disease, Familial Form

ZOMDEE RN F N\ VR, BE Other diseases Canavan disease, mild

ZDtDES FEEHD O CHE2 Other diseases Candidiasis, familial, 2

ZOMDEE CARASIL fiE {&3¢ Other diseases CARASIL syndrome

ZDtDES RERRIKEERVARIBIEIC L 557 Y E= 7 I Other diseases Carbonic anhydrase VA deficiency, hyperammonemia due to
ZDDEE TLE Other diseases Carious teeth
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ZDtDEE h—=—8E&EN)F7 Other diseases Carney complex variant

FDMDES h—=—%H&18 Other diseases Carney complex, type 1

ZDtDEE GIST+ {5 iR BT I8 + fhdk B E Other diseases Carney triad

FDHDES Carney-Stratakis fE{Z A Other diseases Carney-Stratakis syndrome

ZDtDES HAIV=ZFIUFIINANZFY bSUROH—ERIEE Other diseases Carnitine acylcarnitine translocase deficiency

ZDMDER AIW=F LS A LSRR T 5—HFIARESE Other diseases Carnitine palmitoyltransferase 1A deficiency

ZDtDES HAIL=ZF LS AR5 VR T T S—H2RIEBRE Other diseases Carnitine palmitoyltransferase Il deficiency

ZDMDER AIV=F28LE b RS VR T 2 5—H2RIEBIE N Other diseases Carnitine palmitoyltransferase Il deficiency, infantile
ZDtDES AIZF NV bW ESURT 2 S5—E2REBE B AR Other diseases Carnitine palmitoyltransferase Il deficiency, lethal neonatal
ZOthDEE %g_;/“”’: FALESYRD 25— IRIAE HERER F LR Other diseases Carnitine palmitoyltransferase Il deficiency, myopathic, stress-induced
ZTohDEE haysE Other diseases Caroli disease

ZDtDES BEIAR/IMA SRR ETE Other diseases Carotid body par lioma

ZDMDEER FIREAEIREE Other diseases Carpal tunnel syndrome

ZDtDES FREERE2 Other diseases Carpal tunnel syndrome 2

ZDMDEER Carpenter SE{ZE Other diseases Carpenter syndrome

FDDEE Carpenter SEZEf 1 Other diseases Carpenter syndrome 1

ZDMDER Carpenter JE{XE 2 Other diseases Carpenter syndrome 2

FDMDEE BB ERERR-BEEMHERRRARY FSLESE Other diseases Cartilage-Hair Hypoplasia-Anauxetic Dysplasia Spectrum Disorders
ZDMDER hETLFo—/BAhFE Other diseases Cataplexy

ZTDHDEE BHRE Other diseases Cataract

ZTohDEE =SR] Other diseases Cataract 1

ZDtDES HAE13., 7HIL MR Other diseases Cataract 13 with adult i phenotype

ZDMDER BHRE15, A Other diseases Cataract 15, multiple types

ZTDHDEE BRE1 8 Other diseases Cataract 18

ZDtDES BRE2. %A Other diseases Cataract 2, multiple types

ZDtDES HAE2 1. SHE Other diseases Cataract 21, multiple types

ZDMDER BHRE2 3, B Other diseases Cataract 23, multiple types

ZDtDES BRE3. KA Other diseases Cataract 3, multiple types

ZDMDEER BRE3 3. SHE Other diseases Cataract 33, multiple types

ZDHDEE BNEE4 Other diseases Cataract 4

ZTohDEE BHRE4 1 Other diseases Cataract 41

ZTDMDEE BREE4 8 Other diseases Cataract 48

ZDMDER BRES. ZHE Other diseases Cataract 5 multiple types

ZDMDEE BHRE6, ZHE Other diseases Cataract 6, multiple types

ZDMDEER B A& Hutterite E! Other diseases Cataract Hutterite type

ZDMDES BRE- A EE- RS TR Other diseases Cataract-intellectual disability-hypogonadism syndrome
ZDMDEER BRE, BREKEN Other diseases Cataract, autosomal dominant

FDMDEE BRELEXMERZIE. BL2EHKEHS Other diseases Cataract, congenital nuclear, autosomal recessive 3
ZDMDEER BRBEXETRES. #EMA /LT« Other diseases Cataract, congenital zonular, with sutural opacities
FDMDEE Catel Manzke fE{REE Other diseases Catel Manzke syndrome

ZDMDEER Catifa fEfZEE Other diseases Catifa syndrome

ZDMDEE EREHRICERE Other diseases Caudal regression syndrome

ZDMDEER BN ERE Other diseases Cavernous hemangioma

ZDMDES ERREIR IR Other diseases Cavernous sinus meningioma

ZOMHDESR CCDC115-CDG Other diseases CCDC115-CDG

Z0MDEE COKLoREE Other diseases CDKLS disorder

ZDMDER CEBALID fE{ZE Other diseases CEBALID syndrome

ZOMDEE CEDNIK JE{RF¥ Other diseases CEDNIK syndrome

ZDMDEER 22 b3S TR Other diseases Central core myopathy

ZDMDEE 19,16BLBENDEY FOATFARENR ERETFSE Other diseases Centromeric instability of chromosomes 1,9 and 16 and immunodeficiency
ZDMDEER BBIE Other diseases Cephalocele

ZFDDESR N B B K BR — R 4TI K — M B — IR R S e i — R P SRS R B Other diseases Cerebellar ataxia-areflexia-pes cavus-optic atrophy-sensorineural hearing loss syndrome
ZDMDER - FLaLTL— - BEREAENEER Other diseases Cerebellar ataxia, deafness, and narcolepsy, autosomal dominant
FDMDEE - FRE - THIEEERR 1 Other diseases Cerebellar ataxia, mental retardation, and d ilibrium syndrome 1
FRMDESR R - THEEERE 2 Other diseases Cerebellar ataxia, mental retardation, and dysequilibrium syndrome 2
ZDHDEE - FEE - THIEEEIRE 3 Other diseases Cerebellar ataxia, mental retardation, and d ilibrium syndrome 3
FOMDESR - FEEER HIREEAEIREE 4 Other diseases Cerebellar ataxia, mental retardation, and dysequilibrium syndrome 4
ZFDMDES KRS T N E B K 3R Other diseases Cerebellar ataxia, nonprogressive, with mental retardation
ZDMDER N ES N Other diseases Cerebellar atrophy

ZFDMDES /i I B 3F Other diseases Cerebellar hemangioblastoma

ZDMDEER B RNIERALAE & 5 /NRHE RS BUE Other diseases Cerebellar hypoplasia with endosteal sclerosis

ZDtDEE /1N 2R EREE S B Other diseases Cerebellar vermis hypoplasia

ZDtDES APPESERN T = A4 FIERE Other diseases Cerebral amyloid angiopathy, APP-related

ZotDEE K EHBAE Other diseases Cerebral atrophy

ZTOhDEE M A R AE Other diseases Cerebral calcification

ZotDEE PN A Other diseases Cerebral cortical atrophy

ZDMDEER I RS Other diseases Cerebral dysmyelination

ZFDMDES i P ZE B BRI IBE Other diseases Cerebral folate transport deficiency

ZDMDEER i B R A Other diseases Cerebral hypomyelination

ZFDMDES KEE T AK Other diseases Cerebral hypoplasia

ZDMDEER i P R Other diseases Cerebral palsy

ZotDEE 2 B Other diseases Cerebral white matter atrophy

ZDtDES XESE TR - /MR - 0 AAR— T REIREE Other diseases Cerebral-cerebellar-coloboma syndrome, X-linked

ZDDEE i - BR - BE - BHEIREE 1 Other diseases Cerebrooculofacioskeletal syndrome 1

ZDtDES fisi - BR - BB - BIREIREES Other diseases Cerebrooculofacioskeletal syndrome 3

ZDHDEE i - AR - B - BISIEIREEA Other diseases Cerebrooculofacioskeletal syndrome 4

ZDtDES w04 RYRIRAF UE B2 Other diseases Ceroid lipofuscinosis neuronal 2

ZotDEE 04 FYRIRF U w11 Other diseases Ceroid lipofuscinosis, neuronal, 11

ZDtDES 04 RYRIRFUE BiEHE 13 Other diseases Ceroid lipofuscinosis, neuronal, 13

ZotDEE O FYKRITRF U BEMR . LA TANAR Other diseases Ceroid lipofuscinosis, neuronal, 8, northern epilepsy variant
ZDtDES CFHRSR38%R Other diseases CFHR5 deficiency

ZDDEE FITAT VY - BEEER Other diseases Chv©diak-Higashi syndrome

ZDtDES Char JE{RE} Other diseases Char syndrome

ZFDHDES SR IIVTAT ST Bt R Other diseases Charlevoix-Saguenay spastic ataxia

ZDtDES Jiofsir ] Other diseases Chest pain

ZFDHDES B TEIRE 1 Other diseases Chilblain lupus 1

ZDtDES BmMEETY FI F—FTR Other diseases Chilblain lupus erythematosus

ZFDHDES F AL FERE Other diseases Child syndrome

ZDtDES INRAE Y 2 MfE Other diseases Childhood hypophosphatasia

ZFDHDES SNEFREEES NRMREOERBALEREE I A/ F— Other diseases Childhood-onset autosomal recessive myopathy with external ophthalmoplegia
ZDtDES EEERSERREITIEEH/NNKTE, /DR RE Other diseases Childhood-onset autosomal recessive slowly progressive spinocerebellar ataxia
ZOMOER A B ERIEE £ 15 5 8 - RAMSERITERE MRS Other diseases sif;illjt:z::d-onset motor and cognitive regression syndrome with extrapyramidal movement
ZFDHDES Chitayat fE{EEE Other diseases Chitayat syndrome

ZTDHDEE #“eFLEAM Other diseases Choanal atresia

T D DEE HBTE Other diseases Choanal stenosis

ZDMDEER aALRE/—)VERMESE Other diseases Cholestanol storage disease

ZOMHDEE BB S o MHE Other diseases Cholestasis

ZDtDES PENRTERT AR 5 o %E 3 Other diseases Cholestasis, intrahepatic, of pregnancy 3

ZFDHDES SEARMERF BB 5 D fE 1 Other diseases Cholestasis, intrahepatic, of pregnancy, 1

ZDtDES REEHEHEITHERF PR S o L Other diseases Cholestasis, progressive familial intrahepatic 1

ZFDHDES REEEEITHERRNIET 5 2 ES Other diseases Cholestasis, progressive familial intrahepatic, 5

FOMDESR JLRATA—NLWE/ AR5 +—Y (AISHEAR) RIS Other diseases Cholesterol monooxygenase (side-chain cleaving) deficiency
ZFDHDES ALATA—LIRATIVERE Other diseases Cholesteryl ester storage disease

ZTDHMDEE BRBERRILIE 2 Other diseases Chondrocalcinosis 2

ZOMDEE ARRERBRIE, XEERES Other diseases Chondrodysplasia punctata 2 X-linked dominant
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ZFDMDEE HBEMBEPAPPE! (BIEIRREIZEHES) Other diseases Chondrodysplasia with joint dislocations, GPAPP type

ZDMDEE CHOPRA-AMIEL-GORDON SE{&Z¥ Other diseases CHOPRA-AMIEL-GORDON SYNDROME

ZDtDEE Chops JEf&E Other diseases Chops syndrome

ZOtDEE ALATT =V R Other diseases Choreoathetosis

FDDESE ALAT7T h— R, BRIBHEEIE TR, J4 RIFRESE Other diseases Choreoathetosis, hypothyroidism, and neonatal respiratory distress

ZDMDER el R EESH Other diseases Chorioretinal atrophy

ZTDHDEE fR#gEIOR—~< Other diseases Chorioretinal coloboma

ZDMDER AR#E # ZLEBAE Other diseases Choroid plexus papilloma

ZTDHDEE LRI IR E MR Other diseases Choroideremia

ZDMDER Christianson JE{ZE Other diseases Christianson syndrome

ZDtDES 16p13. 2 R K AEIREE Other diseases Chromosome 16p13.2 deletion syndrome

ZDMDER 19913.11 R L fE(REE Other diseases Chromosome 19q13.11 deletion syndrome

ZDtDES 2q32-g33RKIEIREE Other diseases Chromosome 2q32-g33 deletion syndrome

ZDMDEER Xa28 R K IEIREE Other diseases Chromosome Xq28 deletion syndrome

ZTDHDEE T Other diseases Chronic diarrhea

TDHDEE A IEE Other diseases Chronic granulomatous disease

ZDtDES BEEASEEEET Y O—LbEH - BHAFEE - 18 Other diseases Chronic granulomatous disease, autosomal recessive cytochrome b-positive, type 1

ZFDMDESR BREALHEEEETF FY O—LbiGH - BHERNFEE - 28 Other diseases Chronic granulomatous disease, autosomal recessive cytochrome b-positive, type 2

ZTohDEE | 1814 P 3FAESE - XSE ST Other diseases Chronic granulomatous disease, X-linked

FDMDEE NERER - RIS - BAEIREE Other diseases Chronic infantile neurological, cutaneous and articular syndrome

ZDMDER Other diseases Chronic intestinal pseudoobstruction

ZDtDES Other diseases Chronic kidney disease

ZDMDER £ Other diseases Chronic lung disease

ZTDHDEE ERISHIED VO HE Other diseases Chronic mucocutaneous candidiasis

ZDMDER BCR-ABL1—[5tE Other diseases Chronic myelogenous leukemia, BCR-ABL1 positive

ZDtDES S HFAEEMER Other diseases Chronic obstructive pulmonary disease

ZTohDEE BHEOREH Y OHE Other diseases Chronic oral candidiasis

ZDtDES EfE Other diseases Chronic pain

ZDMDEER Chudley-McCullough$iE 1% & Other diseases Chudley-McCullough syndrome

ZDHDEE 4B SHOVEHRR Other diseases Chylomicron retention disease

ZDMDER BRREMEREEHTLIEL Other diseases Ciliary dyskinesia, primary, 10

ZDMDEE FEREEREEHTLAELL Other diseases Ciliary dyski primary, 11

ZDMDER BRREMEREEPHTLAEL Other diseases Ciliary dyskinesia, primary, 13

ZDMDEE FREHREEHTLAELL Other diseases Ciliary dyski primary, 14

ZDMDEER BREMEREEPHTLIEL Other diseases Ciliary dyskinesia, primary, 15

ZDMDES FREEREEHTLAEL6 Other diseases Ciliary dyski primary, 16

ZDMDEER BRREMEREEPHTLIELS Other diseases Ciliary dyskinesia, primary, 18

ZDMDES FREEREEHTLAEL Other diseases Ciliary dyski primary, 19
|REMEREEH T LE2 Other diseases Ciliary dyskinesia, primary, 2
AR EBH T LAE20 Other diseases Ciliary dyski primary, 20
BRREMEREEPH T LAE2 Other diseases Ciliary dyskinesia, primary, 21
FREREEH T L2 Other diseases Ciliary dyski primary, 22
BRREMEREEPHTLE2 Other diseases Ciliary dyskinesia, primary, 26
RREEREEH T L7 Other diseases Ciliary dyski primary, 27
BRREMEREEPHTLE2 Other diseases Ciliary dyskinesia, primary, 28
REEREEH T LES Other diseases Ciliary dyski primary, 3
BRREMEREEHTLAE0 Other diseases Ciliary dyskinesia, primary, 30
FREREEH T LAEI2 Other diseases Ciliary dyski primary, 32
BRREMEREEPHTLAEIS Other diseases Ciliary dyskinesia, primary, 33
MR EEH T LS Other diseases Ciliary dyski primary, 35
BRREMEREEH T LE36,XEH Other diseases Ciliary dyskinesia, primary, 36, X-linked
FEREHREEHTLAES 8 Other diseases Ciliary dyski primary, 38
BRREMEREEHTLIESL O Other diseases Ciliary dyskinesia, primary, 40
FREEHREEHTLAES Other diseases Ciliary dyski primary, 5
BREMEREEHTLET Other diseases Ciliary dyskinesia, primary, 7
|RREHREBBTLIE Other diseases Ciliary dyski primary, 9
CIMDAG fE{&E} Other diseases CIMDAG SYNDROME
HEE Other diseases Cirrhosis of liver

2 by R

Other diseases

Citrullinemia type |

¥ by angEnE

Other diseases

Citrullinemia type ||

2UKEEBER RAB(C & 5 ERMEEIB BRI AE

Other diseases

Classic congenital adrenal hyperplasia due to 21-hydroxylase deficiency

RESRF VREE, B K Other diseases Classic homocystinuria
BOER Other diseases Cleft of soft palate
Oz Other diseases Cleft palate

OBFR, XEHME +/-FNEEMEE

Other diseases

Cleft palate with or without ankyloglossia, X-linked

OFEH, Itk

Other diseases

Cleft palate, isolated

OERBHEHER, HHHLER

Other diseases

Cleft palate, psychomotor retardation, and distinctive facial features

LER Other diseases Cleft upper lip

OFEFER Other diseases Cleft uvula
HEBEEEEEE Other diseases Cleidocranial dysostosis
FESIEDEIRAE Other diseases Clinodactyly of the 5th finger
Y B—X /MK Other diseases Clonus

ABEHR Other diseases Clubfoot

CNSH BEE Other diseases CNS demyelination
CNSEE¥RE AT 2 Other diseases CNS hypomyelination

COACH fE{RE 2

Other diseases

COACH syndrome 2

COACH JEfRE 3

Other diseases

COACH syndrome 3

BREEFRZERE

Other diseases

Coagulation factor deficiency syndrome

HZERS

Other diseases

Coarse facial features

VA Te |

Other diseases

Cobalamin C disease

Cockayne fE{ZEf B

Other diseases

Cockayne syndrome B

Cockayne fE{ZE¥ AR!

Other diseases

Cockayne syndrome type A

CODAS fE &

Other diseases

CODAS syndrome

QAT YA LQIORTE, FERM

Other diseases

Coenzyme Q10 deficiency, primary

T YA LQIORSSE, FEM 1

Other diseases

Coenzyme Q10 deficiency, primary 1

T YA LQIORZSE, RS2

Other diseases

Coenzyme Q10 deficiency, primary, 2

T YA LQIORSSE, R4

Other diseases

Coenzyme Q10 deficiency, primary, 4

T YA LQIORZSE, RFEMES

Other diseases

Coenzyme Q10 deficiency, primary, 5

T YA LQIORSfE, FEHMEG6

Other diseases

Coenzyme Q10 deficiency, primary, 6

T YA LQIORZSE, RFEHET7

Other diseases

Coenzyme Q10 deficiency, primary, 7

Coffin-Siris FE{REE 1 Other diseases Coffin-Siris syndrome 1
in-Siris AE{ZE¥ 10 Other diseases Coffin-Siris syndrome 10
ris FEIREE 11 Other diseases Coffin-Siris syndrome 11
ris AEIREE 12 Other diseases Coffin-Siris syndrome 12
Coffin-Siris fE{ZEE 5 Other diseases Coffin-Siris syndrome 5
Coffin-Siris fE{ZEE 6 Other diseases Coffin-Siris syndrome 6
Coffin-Siris fE{REE 7 Other diseases Coffin-Siris syndrome 7
Coffin-Siris fE{ZEE 8 Other diseases Coffin-Siris syndrome 8
RRMEHEEEKEEE 1 Other diseases COG1 congenital disorder of glycosylation
RRUEEEREEET Other diseases COG7 congenital disorder of glycosylation
il Other diseases Cognitive impairment
PRAMEEREE + /BB KR Other diseases Cognitive impairment with or without cerebellar ataxia
CohenfE{REE Other diseases Cohen syndrome

Cohen-Gibson fE{&E#

Other diseases

Cohen-Gibson syndrome

018




GenelLife WGS

ClinvarD00Ooooooo

FDthDEE ARSI IREE Other diseases Cold-induced sweating syndrome 1

T DEE Cole & Other diseases Cole disease

ZFDMDEE Cole-Carpenter SE{REf 1 Other diseases Cole-Carpenter syndrome 1

ZDMDER Cole-Carpenter fE{REf 2 Other diseases Cole-Carpenter syndrome 2

ZTDHDEE fEME R/ KR Other diseases Colitis

ZDMDER KEBSEERA Y R—2 R Other diseases Colon serrated polyposis

ZTDHDEE PN TS Other diseases Colonic diverticula

ZDMDER KEFED Other diseases Colonic neoplasm

ZDtDES AFEE S MY - AR EER Other diseases Combined cellular and humoral immune defects with granulomas

ZDMDER FEVRFEEVIRFOESRRIEE, 1 Other diseases Combined deficiency of factor V and factor VIIl, 1

ZDtDES STUE—EEBHT Y R E—EDEEREE Other diseases Combined deficiency of sialidase AND beta galactosidase

ZTOhDKRE BEERETL-ERFRUEEM +/- BRE LR TA VIE Other diseases Combined immt iciency and ic anemia with or without hyperhomocysteinemia

ZDMDER GINSIRIBIEIC L BEERETE Other diseases Combined immunodeficiency due to GINS1 deficiency

ZDtDES ORANRIBIEIZ L DHEERETE Other diseases Combined immunodeficiency due to ORAI1 deficiency

ZDMDEER 2 Other diseases Combined immunodeficiency due to STIM1 deficiency

ZDtDES 3 Other diseases Combined immunodeficiency due to ZAP70 deficiency

ZDtDES TOVES - AFII IO VBESIKRE Other diseases Combined malonic and methylmalonic aciduria

ZDtDES HENEBIEN ) VERELERE Other diseases Combined oxidative phosphorylation deficiency

| ZDMtDFEE  [EEEREEH ) VBIERE 1 Other diseases Combined oxidative phosphorylation deficiency 1

ZOthDEE HEAETBIEN) VBERE1 0 Other diseases Combined oxidative phosphorylation deficiency 10

ZOthDEE HATBIEN) VERERE 11 Other diseases Combined oxidative phosphorylation deficiency 11

ZDtDES HENEBIER ) VEMEREFE 1 2 Other diseases Combined oxidative phosphorylation deficiency 12

ZDMDER HEEBIEMN) VBIERE1S Other diseases Combined oxidative phosphorylation deficiency 13

ZDtDES HENEBIEN ) VEREEE 14 Other diseases Combined oxidative phosphorylation deficiency 14

ZDMDER HEEBIEMN) VBIERE1S Other diseases Combined oxidative phosphorylation deficiency 15

ZDtDES HENBIEN ) VBREEE 16 Other diseases Combined oxidative phosphorylation deficiency 16

ZDMDER FEEBIEMN) VBIERE1 7 Other diseases Combined oxidative phosphorylation deficiency 17

ZDMDES HENEBIEN ) VERMERE 18 Other diseases Combined oxidative phosphorylation deficiency 18

ZDMDER HEEREBIEMN) VBIERE20 Other diseases Combined oxidative phosphorylation deficiency 20

ZDMDES HENEBIEN ) VEMEREFE 23 Other diseases Combined oxidative phosphorylation deficiency 23

ZDMDER HEERBIEMN) VBIEREE24 Other diseases Combined oxidative phosphorylation deficiency 24

ZDMDEE HENEBIEN ) VLR 27 Other diseases Combined oxidative phosphorylation deficiency 27

ZDMDEER HEERBIEN) VBIEEE Other diseases Combined oxidative phosphorylation deficiency 3

ZDMDEE HENEBIEN ) VERMERE 3 1 Other diseases Combined oxidative phosphorylation deficiency 31

ZDMDEER HEEREBIEMN) VBIERES 2 Other diseases Combined oxidative phosphorylation deficiency 32

ZDMDEE HENEBIEN ) VEMERE¥E 3 3 Other diseases Combined oxidative phosphorylation deficiency 33

ZDMDEER HEEREBIEMN) VBIEREESS Other diseases Combined oxidative phosphorylation deficiency 35

ZDMDEE HENEBIEN ) VEBERE 3 9 Other diseases Combined oxidative phosphorylation deficiency 39

ZDMDER HEERBIEN) VBIEEE4 Other diseases Combined oxidative phosphorylation deficiency 4

ZDMDEE HENEBIEN ) VEBMERFE 40 Other diseases Combined oxidative phosphorylation deficiency 40

ZDMDEER HEERBIEMN) VBIEREE4 2 Other diseases Combined oxidative phosphorylation deficiency 42

ZDMDEE HENBIEN ) VEMEREFE 4 4 Other diseases Combined oxidative phosphorylation deficiency 44

ZDMDEER HEERBIEN) VBIEEES Other diseases Combined oxidative phosphorylation deficiency 5

ZDMDEE HENEBIEN ) VEBMERE¥ES 3 Other diseases Combined oxidative phosphorylation deficiency 53

ZDMDER HEERBIEMN) VBIEEE Other diseases Combined oxidative phosphorylation deficiency 6

ZDMDEE HENEBIEN ) VERMERE 7 Other diseases Combined oxidative phosphorylation deficiency 7

ZDMDER HEERBIEN) VBIEEES Other diseases Combined oxidative phosphorylation deficiency 8

ZDMDEE HENEBIEN ) VEREREE 9 Other diseases Combined oxidative phosphorylation deficiency 9

ZDtDEE SAPRIBSE Other diseases Combined saposin deficiency

ZotDEE THIRE - BHERRE AR RET L Other diseases Combined T and B cell immunodeficiency

ZDMDEER SETRERTA<SI 0T Vil Other diseases Common variable agammaglobulinemia

ZDMDES SETERNRETSAEL Other diseases Common variable immunodeficiency 1

ZDMDER DETERGETLIEL Other diseases Common variable immunodeficiency 10

ZDtDEE NETRERGETLE? Other diseases Common variable immunodeficiency 2

ZDMDEER DETERRETLES Other diseases Common variable immunodeficiency 3

ZDtDEE AT RETSET Other diseases Common variable immunodeficiency 7

ZDtDES BEREFHSI PETHERRETSES Other diseases Common variable immunodeficiency 8, with autoimmunity

ZotDEE AR 3 RIBFE. BEBAESH Other diseases Complement component 3 deficiency, autosomal recessive

ZDMDER |#ERRLSY 4 b RIBIE Other diseases Complement component 4b deficiency

ZFDMDES 1AL S 5 RIBAE Other diseases Complement component 5 deficiency

ZDMDEER |#ERRL S 7 RABAE Other diseases Complement component 7 deficiency

ZFDMDES | R R ERE Other diseases Complex neurodevelopmental disorder

ZDMDEER EEMHEEEE Other diseases Conductive hearing impairment

ZFDMDES A b0 4 — Other diseases Cone dystrophy

ZDMDEER AbOD74—3 Other diseases Cone dystrophy 3

ZFDMDES A bO0T74—4 Other diseases Cone dystrophy 4

ZDMDER MIEARIGEFHESHA#EC A O T 1 — Other diseases Cone dystrophy with supernormal rod response

ZOMDEE #E—ERNERRY Other diseases Cone monochromatism

ZDMDEER HAEFAES R O T4 — Other diseases Cone-rod dystrophy

ZFDMDES HETES R PO T 4 —12 Other diseases Cone-rod dystrophy 12

ZDMDEER HAETAESR PO T 4 —13 Other diseases Cone-rod dystrophy 13

ZFDMDES HIKTETSZ PO T 4 —15 Other diseases Cone-rod dystrophy 15

ZDMDEER HAETAES O T 1 —16 Other diseases Cone-rod dystrophy 16

ZFDMDES HIKTARS R O T 4 —18 Other diseases Cone-rod dystrophy 18

ZDMDER HAETAESR PO T 4 —19 Other diseases Cone-rod dystrophy 19

ZFDMDES HAETFRS A O T4 —2 Other diseases Cone-rod dystrophy 2

ZDMDEER HATAES PO T4 —20 Other diseases Cone-rod dystrophy 20

ZFDMDES ARSI OT4—3 Other diseases Cone-rod dystrophy 3

ZDMDER HATAESRA O T 1—6 Other diseases Cone-rod dystrophy 6

ZFDHDES HATFHES A O T4 —9 Other diseases Cone-rod dystrophy 9

ZDtDES A AR 0T 4 —/BEHIBK/EENREERL Other diseases Cone-rod dystrophy and hearing loss 1

ZFDHDES AR R b0 D7 4 —/BEHIBK/BE DR Other diseases Cone-rod dystrophy and hearing loss 2

ZDtDES AR b0 T —1 88 Other diseases Cone-rod dystrophy, X-linked 1

FDHDES REXUEERIRRZIE Other diseases Congenital absence of salivary gland

ZDtDES RREBIB BRI Other diseases Congenital adrenal hyperplasia

ZFDHDES KXRMUBIBBI. cEHMY Other diseases Congenital adrenal hypoplasia, X-linked

ZDtDES SR TR MEK A BAR A B F /MR E Other diseases Congenital amegakaryocytic thrombocytopenia

FDHDES REXUBRBRERE Other diseases Congenital anomalies of kidney and urinary tract

ZDtDES REUEBREREEE1, ~OEZH Other diseases Congenital anomalies of kidney and urinary tract 1, susceptibility to

ZFDHDES REXUBRBREEE2 Other diseases Congenital anomalies of kidney and urinary tract 2

ZOMDER GEMERERELEE. B EORY. REEE Other diseases Congenital anomalies of kidney and urinary tract syndrome with or without hearing loss,
abnormal ears, or developmental delay

ZoHhDEE RERUCFREZICL ZMAIBEMRTLE Other diseases Congenital bilateral aplasia of vas deferens from CFTR mutation

ZFDHDES RRMERAIEIVE D ARERE Other diseases Congenital bilateral perisylvian syndrome

ZDtDES RERMBEABRESREREL Other diseases Congenital bile acid synthesis defect 1

ZFDHDES XM BRARERE Other diseases Congenital bile acid synthesis defect 2

ZDtDES RRMBEABRESRERES Other diseases Congenital bile acid synthesis defect 4

ZFDHDES KXMEE Other diseases Congenital blindness

ZDtDES REEITINE I VEBBRRZEICE DREAEE Other diseases Congenital brain dysgenesis due to glutamine synthetase deficiency

ZOMHDEE FREANE Other diseases Congenital cataract

ZDtDES AREONE BEEEME-— 12— 0/ \F—ERH Other diseases Congenital cataracts-facial dysmorphism-neuropathy syndrome

ZFDHDES RREPREERRE Other diseases Congenital central hypoventilation

ZDtDES FRMEDREIER L Other diseases Congenital cerebellar hypoplasia

ZFDHDES KXRMEMEfEE < DRIBE Other diseases Congenital contractural arachnodactyly
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ZTDHDEE SR EE Other diseases Congenital contracture

FDMDES KXMMEE - EEOHE. HEREET. XERE Other diseases Congenital contractures of the limbs and face, hypotonia, and developmental delay

ZDtDEE REUEEBRINEE Other diseases Congenital defect of folate absorption

FDHDES Se R R B B AR 3 Other diseases Congenital dislocation of hip

ZDtDES REREBERERE Other diseases Congenital disorder of deglycosylation

ZDMDER RRUEBEEREEE Other diseases Congenital disorder of glycosylation

ZDtDES RREEEEREEEICE Other diseases Congenital disorder of glycosylation type 1C

ZDMDER RRUEEEREEE 168 Other diseases Congenital disorder of glycosylation type 1E

ZDtDES REUEBEEREEE 1ME Other diseases Congenital disorder of glycosylation type 1M

ZDMDER RREEEESRERE 1NE Other diseases Congenital disorder of glycosylation type 1N

ZDtDES REMEEEEKEEAE 108 Other diseases Congenital disorder of glycosylation type 10

ZDMDER RRUEEEREEE1 PR Other diseases Congenital disorder of glycosylation type 1P

ZDtDES RERUEBEEKEEE 108 Other diseases Congenital disorder of glycosylation type 1Q

ZDMDEER RRUEEEREEE t B Other diseases Congenital disorder of glycosylation type 1t

ZDtDES RERUEEEEREEE 1 0B Other diseases Congenital disorder of glycosylation type 1u

ZDMDEER RRUEEEREEE vy B Other diseases Congenital disorder of glycosylation type 1y

ZDtDES RRUEBEEREEE 288 Other diseases Congenital disorder of glycosylation type 2B

ZDMDER RREEEESRERE 2HE Other diseases Congenital disorder of glycosylation type 2H

ZDtDES RERUEBEEREEE 2R Other diseases Congenital disorder of glycosylation type 2i

ZDMDER RRUEEEREEE2 | B Other diseases Congenital disorder of glycosylation type 2J

ZDtDES RRUEEEEKEEE 2 LR Other diseases Congenital disorder of glycosylation type 2L

ZDMDER RRUEEEREEE r B Other diseases Congenital disorder of glycosylation type Ir

ZDtDES REEEEEREEEILE Other diseases Congenital disorder of glycosylation, type la

ZDMDER EREEEERESEIq R Other diseases Congenital disorder of glycosylation, type Iig

ZDtDES RRUEBEEREEE t B Other diseases Congenital disorder of glycosylation, type iit

ZDMDER SR M TR M B A misE Other diseases Congenital dyserythropoietic anemia type type 1B

FDHDESR 42 R4 7 1 B j=yulEid] Other diseases Congenital dyserythropoietic anemia, type |

ZDMDER SR M TR M B = dinl[E:<] Other diseases Congenital dyserythropoietic anemia, type Il

FDMDEE SE R M R 1 Bf a1mivE Other diseases Congenital dyserythropoietic anemia, type IV

ZDMDEER KXY FRMBRERERILI 4 U VE Other diseases Congenital erythropoietic porphyria

ZDMDES KRR BN Other diseases Congenital finger flexion contractures

ZDMDER EXUELEHURSA O T4 —18 Other diseases Congenital generalized lipodystrophy type 1

ZDMDEE REXUELEHVRCZA O —2F Other diseases Congenital generalized lipodystrophy type 2

ZDMDER RRERAE Other diseases Congenital glaucoma

ZDMDEE REEIINI—R - A5 b—RRINTLAE Other diseases Congenital glucose-galactose malabsorption

ZDMDEER SXRMEBEMDMEE M Other diseases Congenital hemolytic anemia

ZDMDES REXEABERNESA R OT 44— Other diseases Congenital hereditary endothelial dystrophy of the cornea

ZDMDEER RRMBEERBETE Other diseases Congenital hip dysplasia

ZDMDES S RMEKEEAE Other diseases Congenital hydrocephalus

ZDtDEE SR MEKEBSE 1 Other diseases Congenital hydrocephalus 1

ZDMDEE EXMUET7 v EZT7MmEIR Other diseases Congenital hyperammonemia, type |

ZDthDEE EREEMEAEEE=2—O/\F—1, BREARELHE Other diseases Congenital hypomyelinating neuropathy 1, autosomal recessive

ZDMDEE EXRMERREE -1 —O/F—2 Other diseases Congenital hypomyelinating neuropathy 2

ZDMDEER RREEFEREE=21—0/F—3 Other diseases Congenital hypomyelinating neuropathy 3

ZDMDES RREFRIRTE Other diseases Congenital hypothyroidism

ZDMDER ERMEHRERET. TALA. BEEH. BOEE Other diseases Congenital hypotonia, epilepsy, developmental delay, and digital anomalies

ZDMDES EEUBRCA MO —5E55KMEZERE Other diseases Congenital hypotrichosis with juvenile macular dystrophy

ZDMDER RRERBBIRIERE Other diseases Congenital ichthyosiform erythroderma

ZTDMDEE HERMEILBTVF—VR Other diseases Congenital lactic acidosis

ZDthDEE ERMIEBETF— Saguenay-Lac-Saint-Jean ! Other diseases Congenital lactic acidosis, Saguenay-Lac-Saint-Jean type

ZDMDEE RXMUEBHEEAKE. MEFH. RESK Other diseases Congenital lipomatous overgrowth, vascular malformations, and epidermal nevi

ZDMDEER XM QTEREEE Other diseases Congenital long QT syndrome

ZDMDES XM BEIRE Other diseases Congenital macrodactylia

ZOMOKSE BAROROHT Y FRTF ¥ —CREREIC & 2 e T RENEESE Other diseases gﬁgii‘elr;iilizr:zr:ranous nephropathy due to maternal anti-neutral endopeptidase

ZDMDER KR B Other diseases Congenital microcephaly

ZotDEE SRV E EMRAE Other diseases Congenital microvillous atrophy

ZDMDEER ARXUEH A ROT Y B UE, BE L UVIRER Other diseases Congenital muscular alpha-dystroglycanopathy with brain and eye anomalies

ZotDEE REXMEHFCA PO IT4— Other diseases Congenital muscular dystrophy

ZDtDES LAMA2D A RZICEDAEREH A L AT 14— Other diseases Congenital muscular dystrophy due to partial LAMA?2 deficiency

ZOtDEE BURA AT 4 —-DR AT D UIE/- AR, BSE Other diseases Congenital muscular dystrophy-dystroglycanopathy (with or without mental retardation) type BS

ZDtDEE ARMEBCRA AT — DR AT ) D UIE RS S VIRFRH, AR Other diseases Congenital muscular dystrophy-dystroglycanopathy with brain and eye anomalies type A5

ZDMDERE HREBHCA AT —-CR AT YA E ME & VIRER, A2E  |Other diseases Congenital muscular dystrophy-dystroglycanopathy with brain and eye anomalies, type A2

ZDMDERE KRB A AT —-CR AT YA E BE & VIRER, A6E  |Other diseases Congenital muscular dystrophy-dystroglycanopathy with brain and eye anomalies, type A6

ZTOthDEE ARXMBFCAPOT4— TR AT )N VIE BELVBEFH. A7E  |Other diseases Congenital muscular dystrophy-dystroglycanopathy with brain and eye anomalies, type A7

ZDtDES BRESEESAREGCA MO —CX AS YA fE, BIE Other diseases Congenital muscular dystrophy-dystroglycanopathy with mental retardation, type B1

ZDtDEE RBEBREHESIAREHGCA PO —JR AT HfiE, B2E! Other diseases Congenital muscular dystrophy-dystroglycanopathy with mental retardation, type B2

ZDMDEER BRESEESAERMEGCA MO I —CX A5 YA fE, B3R Other diseases Congenital muscular dystrophy-dystroglycanopathy with mental retardation, type B3

ZotDEE RBEHBHEHESIAREH A PO I —JR AT HfE, BeE! Other diseases Congenital muscular dystrophy-dystroglycanopathy with mental retardation, type B6
e A e Py —

ZTOtDEE :ﬁ:’%’g 3%:3;%&;@? JAbRT 4~ Other diseases Congenital muscular dystrophy-dystroglycanopathy without mental retardation, type B4

ZDtDES ERMEH A~ 0T 4 —, LMNABSE Other diseases Congenital muscular dystrophy, LMNA-related

ZFDMDES KEHF A b 07 4 —RHE Other diseases Congenital muscular hypertrophy-cerebral syndrome

ZDMDEER REUHRRE, BEERENE Other diseases Congenital myotonia, autosomal dominant form

ZFDMDES REUHRRE. BLBESH Other diseases Congenital myotonia, autosomal recessive form

ZDtDES SXMERIORT Other diseases Congenital ocular coloboma

ZFDMDES REEBHEANIL=T Other diseases Congenital omphalocele

ZDMDEER SRR SR K RIAE Other diseases Congenital primary aphakia

ZFDHDES RXMRETE Other diseases Congenital ptosis

ZDtDES RRMEECHE 5 bt FRIE Other diseases Congenital secretory diarrhea, chloride type

ZFDHDES RRMERTHHEE Other diseases Congenital sensorineural hearing impairment

ZDtDES ERMHLRREE Other diseases Congenital stationary night blindness

ZFDHDES RRUHBULRREESLBEENE Other diseases Congenital stationary night blindness, autosomal dominant 1

ZDtDES SXREHIEDEELE SLBARENE Other diseases Congenital stationary night blindness, autosomal dominant 2

ZFDHDES RRUBULRREE SLBKENS Other diseases Congenital stationary night blindness, autosomal dominant 3

ZDtDES RRMHUERRERE, 18%E Other diseases Congenital stationary night blindness, type 1B

ZFDHDES RRMHBUERRERE. 1cR Other diseases Congenital stationary night blindness, type 1C

ZDtDES RRMEHULERRERE, 108 Other diseases Congenital stationary night blindness, type 1D

ZFDHDES RRMBUERRERE. 168 Other diseases Congenital stationary night blindness, type 1E

ZDtDES RRMEBUERRERE, 2A% Other diseases Congenital stationary night blindness, type 2A

ZFDHDES RRMHUERRERE. 28% Other diseases Congenital stationary night blindness, type 2B

ZOMHNES fEETRIERE Other diseases Connective tissue nevi

ZFDHDES {B5% Other diseases Constipation

ZDtDES ARHETE IE ch iR SR Other diseases Constrictive median neuropathy

T D DEE | B & -3 - E HE FAR B RAR B AEIREE 18 Other diseases CONTRACTURES, PTERYGIA, AND SPONDYLOCARPOTARSAL FUSION SYNDROME 1B

ZDtDES | B & - B T -H i FAR B RAR B AEIREE 1A Other diseases Contractures, pterygia, and variable skeletal fusions syndrome 1A

ZFDHDES oY 53 Other diseases Convex nasal ridge

ZDtDES AIETFEE 2 Other diseases Cornea plana 2

ZFDHDES BREM#BEESARSA O 4 — Other diseases Corneal dystrophy-perceptive deafness syndrome

ZDtDES F2V Y RAABBERECSR FOT4—3 Other diseases Corneal dystrophy, Fuchs endothelial, 3

ZFDHDES T AABRESA FOT14—6 Other diseases Corneal dystrophy, Fuchs endothelial, 6

ZDtDES AESZ O 74—, BFERIA Other diseases Corneal dystrophy, lattice type 3A

ZDDEE A—FR)7 - T - SUSEERA Other diseases Cornelia de Lange syndrome 1
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FDDESE O—RY7 - F - SUSEEREES Other diseases Cornelia de Lange syndrome 3

FDMDES aA—FRV7 T - SUTEERRS Other diseases Cornelia de Lange syndrome 4

FDDESE aO—RY7 - F - SUSEREES Other diseases Cornelia de Lange syndrome 5

FDHDES IREEEESAE Other diseases Coronal craniosynostosis

ZDtDES RIE-NERER Other diseases Corpus callosum agenesis-abnormal genitalia syndrome
ZDMDER IR RIBRE Other diseases Corpus callosum, agenesis of

ZDtDES P2OEHRIRIE, XEHEME Other diseases Corpus callosum, partial agenesis of, X-linked

ZDMDER KR B R AR, 1Rt DT AL 1 Other diseases Cortical dysplasia, complex, with other brain malformations 1
ZTDHDEE KRR B R AL, 48 - fth DA BT RS2 Other diseases Cortical dyspl| complex, with other brain malformations 2
ZDMDER KR B WA, 1Rt DA L3 Other diseases Cortical dysplasia, complex, with other brain malformations 3
TDHDEE KRR B R AL, 48 - fth DB B RS Other diseases Cortical dyspl! complex, with other brain malformations 5
ZDMDER KAk R B WA, 1Rt DR AT H26 Other diseases Cortical dysplasia, complex, with other brain malformations 6
TDHDEE R Other diseases Cortical tubers

ZDMDEER BREREEE Other diseases Cortical visual impairment

FDMDESE JLFARTAVIEF I F—ERIEE Other diseases Corticosterone 18-monooxygenase deficiency
ZDMDEER JLFARTAY - AFLAF A —E2RRIBE Other diseases Corticosterone methyloxidase type 2 deficiency
ZDtDES 1% Other diseases Cough

ZDMDER CowchockfiE{Z A Other diseases Cowchock syndrome

FDMDEE Cowden JEIREE Other diseases Cowden syndrome

ZDMDER Cowden JEZE 1 Other diseases Cowden syndrome 1

ZDtDES Ly T- DR RILTFRE Other diseases Coxa plana

ZDMDER Coxopodopatellar fif & & Other diseases Coxopodopatellar syndrome

ZDtDES BBEDIERTHE Other diseases Cranial asymmetry

ZDMDER BEENEERBK Other diseases Cranioectodermal dysplasia

ZTDHDEE BEENMEERR AL Other diseases Cranioectodermal dysplasia 1

ZDMDER BEESNEERR K2 Other diseases Cranioectodermal dysplasia 2

TDHDEE BEENEERR M Other diseases Cranioectodermal dysplasia 4

ZDMDER BEEEMENE - BREY - RREFERE Other diseases Craniofacial dysmorphism, skeletal anomalies, and mental retardation syndrome
ZDtDES SEERIBASAEIREE Other diseases Craniofrontonasal syndrome

ZDMDEER BELUXBEERK Other diseases Craniolenticulosutural dysplasia

ZDMDES EEERENESERIRERRE Other diseases Craniometaphyseal dysplasia, autosomal dominant
ZDtDEE EEERLHESERIREMRE Other diseases Craniometaphyseal dysplasia, autosomal recessive

BEBHAEAEL Other diseases Craniosynostosis 1
BEBREMEAE Other diseases Craniosynostosis 2
BEBRARAES Other diseases Craniosynostosis 3
BEBREMEAEL Other diseases Craniosynostosis 4
BEBEEREATES Other diseases Craniosynostosis 6
BEBRANAELHTRS Other diseases Craniosynostosis and dental anomalies
BEBHSEAE Other diseases Craniosynostosis syndrome

ILF7FU RS VRAR—2—RiBE

Other diseases

Creatine transporter deficiency

sa4 YTz b - YA THEREMS

Other diseases

Creutzfeldt-Jakob Disease, Familial

INT5— - SO v —ERE

Other diseases

Crigler-Najjar syndrome

INT5— - F O —EIREIR

Other diseases

Crigler-Najjar syndrome type 1

VTS5 — - F O v —fElREIE

Other diseases

Crigler-Najjar syndrome, type Il

RERRBEMHS VN —Y VERE

Other diseases

Crouzon syndrome with acanthosis nigricans

Lh<{L»DREE

Other diseases

Crumpled long bones

FRMBRIE, FAHE

Other diseases

Cryohydrocytosis

JUFEY LBEE AR R

Other diseases

Cryopyrin associated periodic syndrome

HRER T EIE Other diseases Cryptophthalmia

HRER FEAE, HAIFE(EMEL M Other diseases Cryptophthalmos, unilateral or bilateral, isolated

FENEE Other diseases Cryptorchidism

Culler-Jones fEIZEE Other diseases Culler-Jones syndrome

95—/ fElRE Other diseases Currarino triad

Curry-Hall fE{EEE Other diseases Curry-Hall syndrome

Curry-Jones fEIREE Other diseases Curry-Jones syndrome

gy VT ERR Other diseases Cushing syndrome

BISTFRHE Other diseases Cutaneous leiomyoma

RIS AR BEE Other diseases Cutaneous photosensitivity

RIS SR AE Other diseases Cutis laxa

BERBELEHES RISHMEE Other diseases Cutis laxa with osteodystrophy

FEfM. 5. SBRBIOEBEEHES KISHEE Other diseases Cutis laxa with severe pulmonary, gastrointestinal, and urinary abnormalities

BREKRENEDREMELEL Other diseases Cutis laxa, autosomal dominant 1

R RO B IS SR e 2 Other diseases Cutis laxa, autosomal dominant 2

R EKENEDREMELES Other diseases Cutis laxa, autosomal dominant 3

RIS D B AR AEIIA Other diseases Cutis laxa, autosomal recessive IIIA

X T R S St AR Other diseases Cutis laxa, X-linked

HER—BEYEST/ VR Other diseases Cyanosis, transient neonatal

FEEATE ST ch BRI A Other diseases Cyclical neutropenia

i RiktEAHEEE Other diseases Cylindromatosis, familial
ZDMDEE SREFAZVRE Other diseases Cystathioninuria
< — - = =1 S g v

FOtDEE ;g%;ﬂ\'&;ﬁﬁﬁ ERUBRIS&BL. BRFRIEAM. HHEHZ Other diseases Cystic fibrosis with helicobacter pylori gastritis, megaloblastic anemia, and mental retardation
ZFDMDES SAFUERE Other diseases Cystinosis
ZDtDES SR a—LCAF U —ERAT 1 THitk Other diseases Cytochrome C oxidase-negative muscle fibers
ZFDMDES MG R R S—FA2aRBICL S HMmMEES Other diseases Cytosolic phospholipase-A2 alpha deficiency associated bleeding disorder
ZDtDES T EEEMBELE S B BRI R Other diseases Czech dysplasia, metatarsal type
ZFDMDES D-2-E FAX S 7L R VEERIE Other diseases D-2-hydroxyglutaric aciduria
ZDtDES D-2-E FAX S 7 L2 LEEREEL Other diseases D-2-hydroxyglutaric aciduria 1
ZFDMDES D-2-E FAX S 7 LR LEERIE2 Other diseases D-2-hydroxyglutaric aciduria 2
ZDMDEE d7 )t ) UEERE Other diseases D-Glyceric aciduria
ZFDMDES BT 4— A —H—EEE Other diseases Dandy-Walker syndrome
ZDMDEER De Barsy JE{ZEE Other diseases de Barsy syndrome
ZFDHDES LR T T S5O ERR Other diseases De Lange syndrome
Z0HhDEE T YO TFA RNy XA —TERE Other diseases DE SANCTIS-CACCHIONE SYNDROME
T D DEE HOHDIE Other diseases Death in childhood
ZDtDES MEHDIE Other diseases Death in early adulthood
ZFDHDES ZLEHDE Other diseases Death in infancy
ZDtDES I haVFYTZHEERDEHEET Other diseases Decreased activity of mitochondrial complex |
ZFDHDES meikEEET Other diseases Decreased antibody level in blood
ZTDMDEE BHEBLEQET Other diseases Decreased calvarial ossification
T D DEE BEOED Other diseases Decreased fetal movement
ZTDMDEE BEE QR Other diseases Decreased head circumference
ZFDHDES AFF_UARKEREHEDOET Other diseases Decreased methionine synthase activity
ZDtDES HRCZEEEDET Other diseases Decreased nerve conduction velocity
ZFDHDES BERFOET Other diseases Decreased patellar reflex
ZDMDEER DeeahfE &8 Other diseases Deeah syndrome
ZFDHDES EULAH Other diseases Deep philtrum
ZDtDES RVERERR Other diseases Deep plantar creases
ZFDHDES EULRER Other diseases Deeply set eye
ZDMDEER 2-AFILTFYI-COATE KX F—FEDRIEAE Other diseases Deficiency of 2-methylbutyryl-CoA dehydrogenase
ZFDHDES 3-E ROAF V7 VIL-COATE ROXFF—EDRIBE Other diseases Deficiency of 3-hydroxyacyl-CoA dehydrogenase
ZDtDES TEFIL-CAATEFIL LS VR T S—EDRIEE Other diseases Deficiency of acetyl-CoA acetyltransferase
ZFDHDES -/ U E—EDORIEBE Other diseases Deficiency of alpha-mannosidase
ZDtDES FEBRLZS/BTHILRF L S—FEOREE Other diseases Deficiency of aromatic-L-amino-acid decarboxylase
ZFDHDES B-ILA4 FIOEXF—tOREE Other diseases Deficiency of beta-ureidopropionase
ZDtDES TF)II-COATE RaF+—EDRIBE Other diseases Deficiency of butyryl-CoA dehydrogenase
ZFDHDES TFIVILAYVIRTS—EDOREBE Other diseases Deficiency of butyrylcholine esterase
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ZDtDEE F b9 O LbS:ETEERDRIBAE Other diseases Deficiency of cytochrome-b5 reductase

FDMDES 20X 5 —EORIEBE Other diseases Deficiency of ferroxidase

ZDtDEE H59 bXF—EOREE Other diseases Deficiency of galactokinase

FDHDES JT7ZC/BBAFILIES VR ITIS—EDORIBE Other diseases Deficiency of guanidinoacetate methyltransferase

FDDESE 7O/ F)VaY I F—FEOREE Other diseases Deficiency of hyaluronoglucosaminidase

ZDMDER EROFIAFILTILE Y IL-CoAY 7—EDRIBE Other diseases Deficiency of hydroxymethylglutaryl-CoA lyase

ZDtDES AEPRILAF L E—EDORIEBE Other diseases Deficiency of iodide peroxidase

ZDMDER AV ITFI-COATE FOFF—EDRIBAE Other diseases Deficiency of isobutyryl-CoA dehydrogenase

ZDtDES < 0= )L-CoAi RBREE R D RIBE Other diseases Deficiency of malonyl-CoA decarboxylase

ZDMDER E0yUs-hLRUEETERORIEBE Other diseases Deficiency of pyrroline-5-carboxylate reductase

FDMDEE YR—X-5-1) VA Y A S—FEDRIBE Other diseases Deficiency of ribose-5-phosphate isomerase

ZDMDER AT70AA4 FUI-BE/ AF 5 F—EDOREE Other diseases Deficiency of steroid 11-beta-monooxygenase

ZDtDES AT04 F17-aE/ A X5 —EDORIEE Other diseases Deficiency of steroid 17-alpha-monooxygenase

ZDMDEER FSURTIVES—EDORIEE Other diseases Deficiency of transaldolase

ZTDHDEE L'JJDSEZ‘QEI = f]]\fﬁj‘/ ;51;[ S_EORBE Other diseases Deficiency of UDPglucose-hexose-1-phosphate uridylyltransferase
ZDtDES M DER Other diseases Deformed rib cage

ZDMDER BKEGEARMER O FRfEkiE2 Other diseases Dehydrated hereditary stomatocytosis 2

ZOMNEE BKBSERE R O RMBRIES, +/-AE A ) o LiE, B EFE Other diseases ESZZntirated hereditary stomatocytosis with or without pseudohyperkalemia and/or perinatal
FDMDEE Dejerine-Sottas & Other diseases Dejerine-Sottas disease

ZDMDER HARE SN R E BT Other diseases Delayed fine motor development

ZDtDES HAEBFEEE Other diseases Delayed gross motor development

ZDMDER EHERE Other diseases Delayed puberty

ZDtDES EREEH Other diseases Delayed speech and || jevel it

ZDMDES BRE Other diseases Dementia

Z0HhDEE DENDJE f& &% Other diseases DEND syndrome

ZDtDES BHKHERE. BER, B L/NER, FFaASLFS— RO RIER Other diseases Dendritic cell, monocyte, B lymphocyte, and natural killer lymphocyte deficiency
ZDtDES ARSI Other diseases Dent disease type 1

ZDMDEER R B R Other diseases Dent disease type 2

ZDHDEE HORELESR Other diseases Dental anomalies and short stature

ZDMDER #Ew7 Other diseases Dental crowding

ZDMDEE IFANEONE Other diseases Dental enamel pits

ZDMDER RFEMETERE Other diseases Dentinogenesis imperfecta

ZDMDEE SFEHRERFERE 2 Other diseases Dentinogenesis imperfecta type 2

ZDMDEER ELER Other diseases Depressed nasal bridge

ZDMDES 7 hE—HERBR Other diseases Dermatitis, atopic

ZDtDEE FhRE—MEEX2 Other diseases Dermatitis, atopic, 2

ZTDMDEE BIEERRE S RMEE Other diseases Dermatofibrosis lenticularis disseminata

ZDMDEER Desanto-shinawi JE & Other diseases Desanto-shinawi syndrome

FDMDEE Desbuquois B ER LR Other diseases Desbuquois dysplasia 1

ZDthDEE TRAEA P&, BEE Other diseases Desmoid disease, hereditary

ZTDMDEE TREA FIES Other diseases Desmoid tumor

ZDMDES TRAERTA—IVE Other diseases Desmosterolosis

ZDMDES FEM TANAMERE 9 1 Other diseases Developmental and epileptic encephalopathy 91

ZDMDER FEHTANAMERIE 2 Other diseases Developmental and epileptic encephalopathy 92

ZDMDES FEU TANAMERE 9 4 Other diseases Developmental and epileptic encephalopathy 94

ZDMDER FEHTANAERIES 6 Other diseases Developmental and epileptic encephalopathy, 56

ZDMDEE FEUTANAERIES 7 Other diseases Developmental and epileptic encephalopathy, 57

ZDMDEER FEHTANAMEIKIES 8 Other diseases Developmental and epileptic encephalopathy, 58

ZDMDEE FEM TANAMRE 6 3 Other diseases Developmental and epileptic encephalopathy, 63

ZDMDEER FEHTANAMERE6 4 Other diseases Developmental and epileptic encephalopathy, 64

ZDMDES FEM TANAMRE 6 5 Other diseases Developmental and epileptic encephalopathy, 65

ZDMDER FEHTANAMERE6 7 Other diseases Developmental and epileptic encephalopathy, 67

ZDMDES FEUTANAMRE6 8 Other diseases Developmental and epileptic encephalopathy, 68

ZDMDER FEHTANAMERIE6 9 Other diseases Developmental and epileptic encephalopathy, 69

ZotDEE REETANAERET 4 Other diseases Developmental and epileptic encephalopathy, 74

ZDMDEER FEHTANAMEMIE7 6 Other diseases Developmental and epileptic encephalopathy, 76

ZotDEE REETANAERET 7 Other diseases Developmental and epileptic encephalopathy, 77

ZDMDER FEMHTANAMRIET7 8 Other diseases Developmental and epileptic encephalopathy, 78

ZotDEE FEETADAMERES O Other diseases Developmental and epileptic encephalopathy, 80

ZDMDEER FEM TADAMERE 8 1 Other diseases Developmental and epileptic encephalopathy, 81

ZDtDEE FEETANAMERES 4 Other diseases Developmental and epileptic encephalopathy, 84

ZDMDEER IR EE E S MEDLE VL ENE TANAMERSE 8 5 Other diseases Developmental and epileptic encephalopathy, 85, with or without midline brain defects
ZotDEE FEETANAERES 7 Other diseases Developmental and epileptic encephalopathy, 87

ZDMDEER REEH Other diseases Developmental delay

ZFDMDES RUEEESRIEH/EPHRE Other diseases Developmental delay and seizures with or without movement abnormalities
ZDMDEER FEE /- BN EE L BEE Other diseases Developmental delay with or without dysmorphic facies and autism
ZFDMDES BEE - 2 - BEFESREER Other diseases Developmental delay with short stature, dysmorphic features, and sparse hair
ZDMDEER MMBEELTHESEES REER Other diseases Developmental delay with variable intellectual impairment and behavioral abnormalities
ZFDMDES RERE. EMER. R 21— O/ \F—E#S5HEEF Other diseases Developmental delay, impaired growth, dysmorphic facies, and axonal neuropathy
ZDMDEER FREE - IR - BBEMEE S REER Other diseases Developmental delay, intellectual disability, obesity, and dysmorphic features
ZotDEE FEAR-HE- DX b= TAEIEE Other diseases Developmental malformations-deafness-dystonia syndrome
ZDMDEER FERIT Other diseases Developmental regression

ZFDMDES FEREBROREEH Other diseases Developmental stagnation at onset of seizures

ZDMDEER B L85 Other diseases Deviated nasal septum

ZFDMDES DFNA6/14/383E HF R IR Fl R A 5 S EE Other diseases DFNAG6/14/38 Nonsyndromic Low-Frequency Sensorineural Hearing Loss
ZTOhDEE HERE Other diseases Diabetes mellitus

ZotDEE FERFLIE Other diseases Diabetes mellitus type 1

ZDMDEER BRF. AR ARER, 2 Other diseases Diabetes mellitus, insulin-dependent, 2

ZotDEE HWRE. A VR ARER, 20 Other diseases Diabetes mellitus, insulin-dependent, 20

ZDMDEER RREFIRIFEEEE TEZ S HERBERR Other diseases Diabetes mellitus, neonatal, with congenital hypothyroidism

T DEE SANXEVR - TS5vY I7 VHM Other diseases Diamond-Blackfan anemia 1

ZTDMDEE FAXEVE - TS5y I77 MO0 Other diseases Diamond-Blackfan anemia 10

T D DEE FANXEVR - TS5vY IT7 v HMID Other diseases Diamond-Blackfan anemia 12

ZTDMDEE FANXEVE - TS5vY T77 oHMI3 Other diseases Diamond-Blackfan anemia 13

ZFDHDES THEREEBEEHESIFAVYEVR - IS5y sy J7 Vv EM4 Other diseases Diamond-Blackfan anemia 14 with mandibulofacial dysostosis
ZTDMDEE FANXEVE - TS5vY I77 o EM3 Other diseases Diamond-Blackfan anemia 3

T D DEE SANXEVR - TS5vH IT7 EMS Other diseases Diamond-Blackfan anemia 5

ZTDMDEE FANXEVE - TS5y T77 U HMe Other diseases Diamond-Blackfan anemia 6

T D DEE SANXEVR - TS5vYI7 v EMT Other diseases Diamond-Blackfan anemia 7

ZTDMDEE FANXEVER - TS5vY T77 M8 Other diseases Diamond-Blackfan anemia 8

ZOMHDEE 1RSSR AE Other diseases Diaphragmatic eventration

ZDtDES BREMRE Other diseases Diaphyseal dysplasia

ZOMHDEE TH Other diseases Diarrhea

ZDtDES ARXEQRIRFEIETH 4 Other diseases Diarrhea 4, malabsorptive, congenital

ZFDHDES M LREMREEESEXETHS Other diseases Diarrhea 5, with tufting enteropathy, congenital

ZTDHMDEE THI 6 Other diseases Diarrhea 6

ZOMHDEE TH#7 Other diseases Diarrhea 7

ZDtDES ERXMETHIS, F RUDLSM Other diseases Diarrhea 8, secretory sodium, congenital

ZFDHDES Rt B R RE Other diseases Diastrophic dysplasia

ZDtDES R - PRESHBERTLE 1 Other diseases Diencephalic-mesencephalic junction dysplasia syndrome 1
ZFDHDES Diets-Jongmans JE{& & Other diseases Diets-Jongmans syndrome

ZDtDES RO RBENEE Other diseases Difficulty climbing stairs

ZFDHDES ST Other diseases Difficulty walking

ZDtDES VFEAMEBERET YA —< Other diseases Diffuse intrinsic pontine glioma

ZFDHDES VFEAEEHEAILE Other diseases Diffuse palmoplantar hyperkeratosis
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ZDtDEE T4 2 a-UElRE Other diseases DiGeorge Syndrome

FDMDES CEROT S UERERRIESE Other diseases Dihydropteridine reductase deficiency

ZDtDEE SEROEY S DF—ERERE Other diseases Dihydropyrimidinase deficiency

FDHDES CEROEY I U UBKERERISE Other diseases Dihydropyrimidine dehydrogenase deficiency

ZDtDES TAFNT ) S UBKRBERRIEE Other diseases Dimethylglycine dehydrogenase deficiency

ZDMDER ARRIBERS Other diseases Discoid lupus rash

ZTDHDEE HEBEOBRE Other diseases Dislocated radial head

ZDMDER HMEEE Other diseases Disorder of sex development

ZDtDES F b9 O—LpasoBiL ETBERBIEICL SR TOA FERDEE Other diseases Disordered steroidogenesis due to cytochrome p450 oxidoreductase deficiency

ZTohDEE AR/ S VRBIEE Other diseases Disorders of Intracellular Cobalamin Metabolism

TDHDEE THYEVWLEFESR Other diseases Disproportionate short-limb short stature

ZTohDEE HYEVWGERESR Other diseases Disproportionate short-trunk short stature

TDHDEE AVEVEEER Other diseases Disproportionate tall stature

ZDMDEER BB EHRIE Other diseases Distal amyotrophy

ZDtDES = {17 B8 B H MR Other diseases Distal arthrogryposis

ZDMDEER =i AR H i AESE 1A Other diseases Distal arthrogryposis type 1A

ZDtDES i& Other diseases Distal arthrogryposis type 2B

ZDMDER Other diseases Distal arthrogryposis type 5D

FDMDEE pr 2D Other diseases Distal hereditary motor neuronopathy 2D

ZDMDER Hin = 2A Other diseases Distal hereditary motor neuronopathy type 2A

ZDtDES ) E Other diseases Distal hereditary motor neuronopathy type 2B

ZDMDER Other diseases Distal hereditary motor neuronopathy type 5

ZDtDES Other diseases Distal hereditary motor neuronopathy type 5B

ZDMDER Other diseases Distal hereditary motor neuronopathy type 7B

ZDtDES = TR EMRE Other diseases Distal lower limb amyotrophy

ZTohDEE AL TR HE T Other diseases Distal lower limb muscle

TDHDEE = {7 5 E T Other diseases Distal muscle weakness

ZDMDER B S A NF—, fELE Other diseases Distal myopathy, Tateyama type

ZDtDES EEREEE Other diseases Distal sensory impairment

ZDMDEER EEERSEERIEHEMRE 28 Other diseases Distal spinal muscular atrophy, autosomal recessive 2

ZFDDESR EREALU LM ERE 48 Other diseases Distal spinal muscular atrophy, autosomal recessive 4

ZDMDER RRUEHEHEMRE 48, FETH Other diseases Distal spinal muscular atrophy, congenital nonprogressive
XEHE AR ERE Other diseases Distal spinal muscular atrophy, X-linked 3
REECIRER R Other diseases Distal ulnar hypoplasia

ZTDMDEE BEptAaEE Other diseases Diverticulum of bladder

ZDMDEER R Other diseases Dolichocephaly

ZotDEE BIERIEEES BIEEEEREKEE Other diseases Dominant dystrophic epidermolysis bullosa with absence of skin

ZDMDEER Donnai-Barrow fiE {& & Other diseases Donnai-Barrow syndrome

ZOMDEE DOORS fE{R Other diseases DOORS syndrome

ZDtDEE CE7IFUBRBRRIEBEICED F—REHESA =7 Other diseases Dopa-responsive dystonia due to sepiapterin reductase deficiency

ZDMDEE BERF—FYYRE. R Other diseases Doughnut lesions of skull, familial

ZDthDEE Aoy - FIRREL Other diseases Dowling-Degos disease 1

FDMDEE Ao o573 RE Other diseases Dowling-Degos disease 2

ZDtDEE OFHOAHT Other diseases Downslanted palpebral fissures

ZTDHDEE OAOTHYES Other diseases Downturned corners of mouth

ZDMDER Doyne N—HLMBECA O T 4— Other diseases Doyne honeycomb retinal dystrophy

Z0MDEE DPAGT1-CDG Other diseases DPAGT1-CDG

ZDtDEE RSy afElRE Other diseases Drash syndrome

ZDMDEE FfZh Other diseases Drooling

ZDMDEER SR Other diseases Dry skin

ZDMDEE T a7 VIREREIRAEIREE 2 Other diseases Duane retraction syndrome 2

ZDtDEE T a7 VIRERRIRAE IR/ BEEIHK Other diseases Duane retraction syndrome 3 with or without deafness

ZDMDES T T UERELE Other diseases Duane syndrome type 1

ZDtDEE T a7 AP R Other diseases Duane-radial ray syndrome

ZDMDES FTaErTarvy UERE Other diseases Dubin-Johnson syndrome

ZDMDER TavrURBBTA O T4 — Other diseases Duchenne muscular dystrophy

ZOMNEE S EIE Other diseases Dural ectasia

ZDMDEER Dyggve-Melchior-ClausenfiE{% B Other diseases Dyggve-Melchior-Clausen syndrome

ZFDMDES EEE HERE Other diseases Dysarthria

ZDMDER BEAEEE Other diseases Dysautonomia

ZFDMDES BEEAREEREERE 1 Other diseases Dyschromatosis universalis hereditaria 1

ZTOMhDEE REEETEESEE Other diseases Dysdiadochokinesis

ZFDMDES FHEEEERE Other diseases D ilibrium syndrome

ZDMDEER BEEI4JY/—FUmE Other diseases Dysfibrinogenemia

ZotDEE AXRMERETI4TY /—FUlE Other diseases Dysfibrinogenemia, congenital

ZTOhDEE |/NSMRD R T S Other diseases Dysgenesis of the cerebellar vermis

ZFDMDES RXEALCTFESE Other diseases Dyskeratosis congenita

ZDMDEER KX B ERS ML Other diseases Dyskeratosis congenita autosomal recessive 1

ZFDMDES EX JE, BB ENE Other diseases Dyskeratosis congenita, autosomal dominant 1

ZDMDEER KX E, BREKEES6 Other diseases Dyskeratosis congenita, autosomal dominant 6

ZFDMDES EX E. BREAEE2 Other diseases Dyskeratosis congenita, autosomal dominant, 2

ZDMDEER ARXEACTLE, BEEKEMES Other diseases Dyskeratosis congenita, autosomal dominant, 3

ZFDMDES RXUEALCTLE, BEBEEDHE2 Other diseases Dyskeratosis congenita, autosomal recessive 2

ZDMDEER ARXEALTLE, BERBERKLHES Other diseases Dyskeratosis congenita, autosomal recessive 6

ZFDMDES EX fE. BEBAESLHES Other diseases Dyskeratosis congenita, autosomal recessive, 3

ZDtDES KX EEERLHES Other diseases Dyskeratosis congenita, autosomal recessive, 5

ZFDMDES xR XiEEH Other diseases Dyskeratosis congenita, X-linked

ZDMDEER TRAFR Other diseases Dyskinesia

ZotDEE EEESEESIREESRFLRTT Other diseases Dyskinesia, familial, with facial myokymia

ZDtDES CREXATT, MBS SUVER. HIRHRE Other diseases Dyskinesia, limb and orofacial, infantile-onset

ZFDMDES SRAXRTT. FEE. NNRER Other diseases Dyskinesia, seizures, and intellectual developmental disorder

ZDMDEER AEEE Other diseases Dysmetria

ZFDHDES AL Other diseases Dysphagia

ZDtDES IR PR Other diseases Dyspnea

ZFDHDES CA=ZT1 Other diseases Dystonia 1

ZTDMDEE CRb=F12 Other diseases Dystonia 12

ZFDHDES CAL=ZF716 Other diseases Dystonia 16

ZDtDES CAK=TF24 Other diseases Dystonia 24

ZFDHDES CAK=TF25 Other diseases Dystonia 25

ZDtDES IAYVO—XR-TCRL=TF26 Other diseases Dystonia 26, myoclonic

ZFDHDES CAZTF27 Other diseases Dystonia 27

ZDtDES INEHRECAR=728 Other diseases Dystonia 28, childhood-onset

ZFDHDES CAR=ZF730 Other diseases Dystonia 30

ZDtDES CAK=TS5 Other diseases Dystonia 5

ZFDHDES TCARZ7F9 Other diseases Dystonia 9

ZothDEE INEHIRECR R 7, MR ER-EEREE Other diseases Dystonia, childhood-onset, with optic atrophy and basal ganglia abnormalities

ZFDHDES EEFSUAYA LFUMENHEEFRIESEES YA OX S Vi Other diseases Dystransthyretinemic euthyroidal hyperthyroxinemia

ZDtDES FEBERREKBE Other diseases Dystrophic epidermolysis bullosa

ZFDHDES CAMOT4 VEEE Other diseases Dystrophinopathies

ZDtDES BHELRTANAMERIE 10 Other diseases Early infantile epileptic encephalopathy 10

ZFDHDES BEHIR TAN AR 1 1 Other diseases Early infantile epileptic encephalopathy 11

ZDtDES BHILRTANAMERKIE1 2 Other diseases Early infantile epileptic encephalopathy 12

ZFDHDES BEHIARTANAMERE 13 Other diseases Early infantile epileptic encephalopathy 13

ZDtDES BHILRTANAMERKE 1 4 Other diseases Early infantile epileptic encephalopathy 14

ZFDHDES BEHIARTANAMERE 17 Other diseases Early infantile epileptic encephalopathy 17

ZDtDES BHILRTANAMERKIE 18 Other diseases Early infantile epileptic encephalopathy 18

ZFDHDES BHIR TANAMERE 2 Other diseases Early infantile epileptic encephalopathy 2
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ZDtDEE BHZLIR TANAMERE 3 4 Other diseases Early infantile epileptic encephalopathy 34

FDMDES BHZLIR TAN AR Other diseases Early infantile epileptic encephalopathy 4

ZDtDEE BEHIRTADA Other diseases Early infantile epileptic encephalopathy 5

FDHDES BHILRTAL A Other diseases Early infantile epileptic encephalopathy 55

ZDtDES BHIR TAN AL Other diseases Early infantile epileptic encephal hy 59

ZDMDER LR TANAMERE6 2 Other diseases Early infantile epileptic encephalopathy 62

ZDtDES BEHELR TAD A TERS Other diseases Early infantile epileptic encephal hy 7

ZDMDER LETANAYE Other diseases Early infantile epileptic encephalopathy 8

ZDtDES BHER TAN AL Other diseases Early infantile epileptic encephal hy 9

ZDMDER DEATHRERTERE 2t ) >/ SSFEERTE B MR Other diseases Early T cell progenitor acute lymphoblastic leukemia

FDMDESE BHSERAA—F Y = X L-ANEEEERE Other diseases Early-onset parkinsonism-intellectual disability syndrome
ZDMDER EASTHEREE Other diseases EAST syndrome

ZDtDES IJTRBA VEH Other diseases Ebstein anomaly of the tricuspid valve

ZDMDEER NIFEERETE Other diseases Ectodermal dysplasia

ZDtDES NEEERETE 1 0A, EFR/EZ/N, BEXBKEN Other diseases Ectodermal dysplasia 10A, hypohidrotic/hair/nail type, autosomal dominant
ZDMDEER MRET2 1 08, EFE/ER/E BLBHK Other diseases Ectodermal dysplasia 10B, hypohidrotic/hair/tooth type, autosomal
ZDtDES R 1 1a, ETFR/EZ/8 B2BKEN Other diseases Ectodermal dysplasia 11a, hypohidrotic/hair/tooth type, autosomal dominant
ZDMDER MRS 211 BT R/ B/t R BERSH Other diseases Ectodermal dysplasia 11b, hypohidrotic/hair/tooth type, autosomal recessive
ZDtDES R 214, B2/, ETFRES MEDEL Other diseases Ectodermal dysplasia 14, hair/tooth type with or without hypohidrosis
ZDMDER EERTE—RETFE1 Other diseases Ectodermal dysplasia and immunodeficiency 1

ZTDHDEE BT —RETL2 Other diseases Ectodermal dysplasia and immunodeficiency 2

ZDMDER AR £ AR R - kAR /N AT 72 Other diseases Ectodermal dysplasia with facial dysmorphism and acral, ocular, and brain anomalies
ZDtDES RS-V T4)—1 Other diseases Ectodermal dyspl. yndactyly syndrome 1

ZDMDER tRA L/ B RAE Other diseases Ectodermal dysplasia/short stature syndrome

ZDtDES IKERIE Other diseases Ectopia lentis

ZDMDER JKEGRE B BEEkSHE Other diseases Ectopia lentis 2, isolated, autosomal recessive

ZDtDES KBRS LVETL Other diseases Ectopia lentis et pupillae

ZTohDEE EFEKRA B BB AREE Other diseases Ectopia lentis, isolated, autosomal dominant

TDHDEE HEiEE1E Other diseases Ectopic ossification

ZDMDEER RFRE-NEEEBR - OFOSREIRES Other diseases Ectrodactyly, ectodermal dysplasia, and cleft lip/palate syndrome 3
ZDHDEE pink2 3 Other diseases Eczema

ZDMDER EEGEH Other diseases EEG abnormality

FDMDEE EEG TR TANARKE Other diseases EEG with generalized epileptiform discharges

ZDtDEE EEMJEIREE Other diseases EEM syndrome

ZDMDEE EXMAH SR O T 4 —. Eichsfeld B Other diseases Eichsfeld type congenital muscular dystrophy

ZDMDEER 7-TEFOOLRATE—LDLER Other diseases Elevated 7-dehydrocholesterol

ZOMDEE FLAYIART7E—FDLR Other diseases Elevated alkaline phosphatase

ZDtDEE HrSVR7SIH—FEDLER Other diseases Elevated hepatic transaminases

ZDMDES MmEFI L7 FURAKRFF—EDNLER Other diseases Elevated serum creatine phosphokinase

ZDMDEER +5 M 7R M ERSE 1 Other diseases Elliptocytosis 1

ZDMDEE &M IR MERSE 3 Other diseases Elliptocytosis 3

ZDMDEER Ellis-van CreveldfiE {X & Other diseases Ellis-van Creveld syndrome

ZDMDEE IAY— FLAJABHF A O T4 — Other diseases Emery-Dreifuss muscular dystrophy

ZDMDEER IAY—- FLADJRBFOSRA O T4 —1 XEHHE Other diseases Emery-Dreifuss muscular dystrophy 1, X-linked

ZDMDES IAY—- FLAJRBFOR O T4 —3, Other diseases Emery-Dreifuss muscular dystrophy 3, autosomal recessive
ZDtDEE Other diseases EMG abnormality

Other diseases

EMG: axonal abnormality

Other diseases

EMG: myopathic abnormalities

Other diseases

EMG: myotonic discharges

Other diseases

EMG: myotonic runs

3|35 3 3 |

C REEEMEL Other diseases EMG: neuropathic changes
i Other diseases Encephalocele
IpiEE S R S BE RIS Other diseases Encephalocraniocutaneous lipomatosis
X fE Other diseases Encephalopathy

Other diseases

Encephalopathy due to defective mitochondrial and peroxisomal fission 1

=

AVFYTELURLAF VY —LDRREE(IC & DMIE2

Other diseases

Encephalopathy due to defective mitochondrial and peroxisomal fission 2

]
FAVRYTEEURLAF S Y —LORRERIC & HINEL
S
fE

IfE, SEREFRME~DBEZMS Other diseases Encephalopathy, acute, infection-induced, 3, suceptibility to
B, SMREFEE~ORZMH4 Other diseases Encephalopathy, acute, infection-induced, 4, susceptibility to

—a—Ot)VEYHARERF ORKIEMIE

Other diseases

Encephalopathy, familial, with neuroserpin inclusion bodies

BT S R—L R EMNBRE E 5 BREHE RIKNE

Other diseases

Encephalopathy, neonatal severe, with lactic acidosis and brain abnormalities

LR 24 S B A HE AT 1 RRAE

Other diseases

Encephalopathy, progressive, early-onset, with brain atrophy and thin corpus callosum

th, B SEAE- BT A /- RRE . 1

Other diseases

Encephalopathy, progressive, early-onset, with brain edema and/or leukoencephalopathy 1

T4, BHASE- BN B /- B B RE, 2

Other diseases

Encephalopathy, progressive, early-onset, with brain edema and/or leukoencephalopathy, 2

71 R AR R

Other diseases

Encephalopathy, progressive, with amyotrophy and optic atrophy

B, HEATHE +/- YRR PO T4 — Other diseases Encephalopathy, progressive, with or without lipodystrophy
FENEHFED Other diseases Endometrial neoplasm

i 10Y b4 Other diseases Enlarged kidney

ALI-8 Other diseases Enlarged naris

BETERIREDIEKR Other diseases Enlarged parietal foramina

I TOaXF—EREE Other diseases Enterokinase deficiency
IRAER Other diseases Epicanthus

HRIBAER Other diseases Epicanthus inversus

REBR Other diseases Epidermal nevus
REBBHERE Other diseases Epidermal nevus syndrome

P Other diseases Epidermodysplasia verruciformis

HREERERRE
K BENDRZM 1

Other diseases

EPIDERMODYSPLASIA VERRUCIFORMIS, SUSCEPTIBILITY TO, 1

b3 BE~DEZHE2

Other diseases

Epidermodysplasia verruciformis, susceptibility to, 2

S EER R oKIaE-WPIBASH

Other diseases

Epidermolysis bullosa junctionalis with pyloric atresia

BRI BOKIARE

Other diseases

Epidermolysis bullosa pruriginosa

B R B OKAEE

Other diseases

Epidermolysis bullosa simplex

B R EKARE. Dowling-Meara®!

Other diseases

Epidermolysis bullosa simplex Dowling-Meara type

75374 URIBEIC & B BAMHEREKEE

Other diseases

Epidermolysis bullosa simplex due to plakophilin deficiency

B ERMEABEE ¢ 5 B R R KEE

Other diseases

Epidermolysis bullosa simplex with migratory circinate erythema

R BREH D HMEREKBE

Other diseases

Epidermolysis bullosa simplex with mottled pigmentation

BURROT 4 — %S Bt RRKAEE

Other diseases

Epidermolysis bullosa simplex with muscular dystrophy

BAFIBASE 2 1% 5 Bt &R ROKAE

Other diseases

Epidermolysis bullosa simplex with pyloric atresia

Sl PR i E 3% 8o

Other diseases

Epidermolysis bullosa simplex, autosomal recessive

RO HAER R KBE 2

Other diseases

Epidermolysis bullosa simplex, autosomal recessive 2

B R EKAIE . Koebner®!

Other diseases

Epidermolysis bullosa simplex, Koebner type

B R B OKBSE, OgnaZ!

Other diseases

Epidermolysis bullosa simplex, Ogna type

ERFBEEREAE Other diseases Epidermolytic palmoplantar keratoderma
TADA Other diseases Epilepsy

TADAERE Other diseases Epilepsy syndrome

LREEEHES TADA Other diseases Epilepsy with generalized tonic-clonic seizures
INERBTADA 1 Other diseases Epilepsy, childhood absence 1
INERWTADNA 2 Other diseases Epilepsy, childhood absence 2
INERBTADA 4L Other diseases Epilepsy, childhood absence 4
INERWTANAS Other diseases Epilepsy, childhood absence 5

BHMRENES S L Be REFEETADA

Other diseases

Epilepsy, early-onset, vitamin b6-dependent

Thhh, BHIRIE +/- RERH

Other diseases

Epilepsy, early-onset, with or without developmental delay

FEEI AV O—XXTANAS

Other diseases

Epilepsy, familial adult myoclonic, 5

RIEEERETADA 1

Other diseases

Epilepsy, familial focal, with variable foci 1

Rkt ETANA2

Other diseases

Epilepsy, familial focal, with variable foci 2

FIELEAAE T A A3

Other diseases

Epilepsy, familial focal, with variable foci 3

REEERETANAS

Other diseases

Epilepsy, familial focal, with variable foci 4

RIERIBEETANA 7

Other diseases

Epilepsy, familial temporal lobe, 7

Thhh, Ertt, SEREZHES +/- HHER

Other diseases

Epilepsy, focal, with speech disorder and with or without mental retardation
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Z0HhDEE

Thh A SRR FEHEREIREE

Other diseases

Epilepsy, hearing loss, and mental retardation syndrome

ZODEE

Z0HhDEE

Thbhh, REELEBE~DBEZE, 15

Other diseases

Epilepsy, idiopathic generalized, susceptibility to, 15

EEMS A O—XXTADAS

Other diseases

Epilepsy, juvenile myoclonic 5

ZOtDEE

R RTEAE TADAS

Other diseases

Epilepsy, nocturnal frontal lobe, 5

Z0HhDEE

Other diseases

Epilepsy, nocturnal frontal lobe, type 1

ZDMDES

E:
2
HERBEETANALE
REFEEE TANAIE

Other diseases

Epilepsy, nocturnal frontal lobe, type 3

Z DR

ETHEIA I O—XXTADAS

Other diseases

Epilepsy, progressive myoclonic 3

AV O—XRATALA4L - BFE

Other diseases

Epilepsy, progressive myoclonic 4, with or without renal failure

FDMDEE AV O—XXTAMAS Other diseases Epilepsy, progressive myoclonic 5
ZDMDER A9 0—XXTANAB6 Other diseases Epilepsy, progressive myoclonic 6
FDMDESE AV O—XXTALAT Other diseases Epilepsy, progressive myoclonic 7
ZDMDER A9 0—XXTANAS Other diseases Epilepsy, progressive myoclonic 8
FDMDEE HEITEIAIO—XZATANAT2 Other diseases Epilepsy, progressive myoclonic, 12
ZDMDER TADA. XEBEE-WASALPERELTHESE Other diseases Epilepsy, X-linked, with variable learning disabilities and behavior disorders
ZDtDES TADAERIE Other diseases Epileptic encephalopathy

ZDMDER T A ATERNSE, Lennox-GastautE! Other diseases Epileptic encephalopathy Lennox-Gastaut type
ZDtDES BHELR TADATERSE 1 Other diseases Epileptic encephalopathy, early infantile, 1
ZDfDER BHZLIRTAM AN Other diseases Epileptic encephalopathy, early infantile, 19
ZDtDES BEHIRTANA Other diseases Epileptic encephalopathy, early infantile, 23
ZDfDER LR TANAMERE 2 4 Other diseases Epileptic encephalopathy, early infantile, 24
ZDtDES BHIRTANA Other diseases Epileptic encephalopathy, early infantile, 25
ZDMDER LR TANAY Other diseases Epileptic encephalopathy, early infantile, 26
ZDtDES BRI R TAN AL Other diseases Epileptic encephalopathy, early infantile, 27
ZDfDER BHIZLRTAMA Other diseases Epileptic encephalopathy, early infantile, 28
ZDtDES BHER TAN AL Other diseases Epileptic encephalopathy, early infantile, 29
ZDMDER BHILRTAMA Other diseases Epileptic encephalopathy, early infantile, 31
ZDtDES BEHER TAN AL Other diseases Epileptic encephalopathy, early infantile, 32
ZDMDER BHZLIRTAM AN Other diseases Epileptic encephalopathy, early infantile, 33
ZDtDES BEHIRTANA Other diseases Epileptic encephalopathy, early infantile, 35
ZDMDER BHIZLRTAMA Other diseases Epileptic encephalopathy, early infantile, 36
ZDMDES BHZLR TALNAMERBIES 7 Other diseases Epileptic encephalopathy, early infantile, 37
ZDtDEE MERNAE 3 8 Other diseases Epileptic encephalopathy, early infantile, 38
ZDMDEE BHIZLIR TADAEIREE 4 1 Other diseases Epileptic encephalopathy, early infantile, 41
ZDMDER BHILRTANAMERKIES 2 Other diseases Epileptic encephalopathy, early infantile, 42
ZDMDEE BHZLRTANAMRE 4 3 Other diseases Epileptic encephalopathy, early infantile, 43
ZDMDEER BHILRTANAMERKIE 4 4 Other diseases Epileptic encephalopathy, early infantile, 44
ZDMDES BHZLRTANAMRE 4 5 Other diseases Epileptic encephalopathy, early infantile, 45
ZDMDEER BHILRTANAMERKIE 4 6 Other diseases Epileptic encephalopathy, early infantile, 46
ZDMDES BHZLRTANAMERES 7 Other diseases Epileptic encephalopathy, early infantile, 47
ZDMDEER BHILRTANAMERKIES 8 Other diseases Epileptic encephalopathy, early infantile, 48
ZDMDEE BHZLRTANAMERE 4 9 Other diseases Epileptic encephalopathy, early infantile, 49
ZDMDEER BHILRTANAMERKIES O Other diseases Epileptic encephalopathy, early infantile, 50
ZDMDEE BHZLR TANAMEKES 1 Other diseases Epileptic encephalopathy, early infantile, 51
ZDtDEE MERNAE 5 2 Other diseases Epileptic encephalopathy, early infantile, 52
ZDMDES BHELRTANAMRIES 3 Other diseases Epileptic encephalopathy, early infantile, 53
ZDMDER BHIRTANAMERKIES 4 Other diseases Epileptic encephalopathy, early infantile, 54
Z0MDEE BHIRTALAMRSES 2 Other diseases EPILEPTIC ENCEPHALOPATHY, EARLY INFANTILE, 82
ZDtDEE TADAMEREFLEX T4 ZE Other diseases Epileptic encephalopathy, infantile or early childhood 3
FDMDESE BinkE ER A Miura®! Other diseases Epiphyseal chondrodysplasia, miura type
ZDthDEE SRMEBIHREMRE 2 Other diseases Epiphyseal dysplasia, multiple, 2
ZDMDEE SEMEBIREMRE 3 Other diseases Epiphyseal dysplasia, multiple, 3
ZDtDEE ARSI EEUHEE S SREBIRERRIE Other diseases Epiphyseal dysplasia, multiple, with myopia and conductive deafness
ZDMDES FAEIEES) fnd Other diseases Episodic ataxia

ZDMDER | FAEEIEE) fE1R Other diseases Episodic ataxia type 1

ZDMDES FAEEES) 2R Other diseases Episodic ataxia type 2

ZDMDER | A IEE) EOR! Other diseases Episodic ataxia type 9

ZFDMDES EHREMBEEES Other diseases Episodic flaccid k

ZDMDEER RHEMEFRE Other diseases Episodic hemiplegia

ZFDMDES BEFEECRXIARDT Other diseases Episodic kinesigenic dyskinesia 1
ZDMDER RHEME, RiEkS3 Other diseases Episodic pain syndrome, familial, 3
ZotDEE S Other diseases Epistaxis

ZDtDEE TEMEBEEUSARSRA AT 41— Other diseases Epithelial recurrent erosion dystrophy
ZFDMDES FMERAMPT 7 2 +—ERIBE Other diseases Erythrocyte AMP deaminase deficiency
ZDMDEER FrMERIE HNAE Other diseases Erythrocytosis

ZFDMDES FMERIE NG, RiEtE Other diseases Erythrocytosis 6, familial

ZDMDEER FROBRIEINGE, RiEME2 Other diseases Erythrocytosis, familial, 2

ZFDMDES FRMERISANGE., KiEMES Other diseases Erythrocytosis, familial, 3

ZDMDEER FRMBRIEINGE, RiEME4 Other diseases Erythrocytosis, familial, 4

ZFDMDES HLESE Other diseases Erythroderma

ZDMDEER FRE, RBERK, AXME. 8K Other diseases Erythroderma, ichthyosiform, congenital reticular
ZFDMDES FMBRERTFEME Other diseases Erythroid hypoplasia

ZDMDEER EEtE - EITHEOIIBIEACTERIE X 1 Other diseases Erythrokeratodermia variabilis et progressiva 1
ZotDEE EHME - IO A ERE 2 Other diseases Erythrokeratodermia variabilis et progressiva 2
ZDMDEER EEitE - ETHEOIBMEACERER 3 Other diseases Erythrokeratodermia variabilis et progressiva 3
ZotDEE ARREE M /MR M FE Other diseases essential thrombocytemia

ZTohDEE AAETEIREL Other diseases Essential tremor

ZFDMDES IF)L7 0 ERINE Other diseases Ethylmalonic encephalopathy

ZDMDEER EVEN-PLUSTE{R B} Other diseases Even-plus syndrome

ZFDMDES BEFEMEEA VR ) VI Other diseases Exercise-induced hyperinsulinism
ZDMDEER EEFREHESR Other diseases Exercise-induced muscle cramps
ZotDEE RS Other diseases Exercise-induced muscle fatigue
ZTOhDEE EBERUHEE Other diseases Exercise-induced muscle stiffness
ZFDHDES EBEBEMEHAR Other diseases Exercise-induced myalgia

ZDtDES EE) Other diseases Exercise-induced rhabdomyolysis
ZFDHDES Eo3l) Other diseases Expressive | delay

ZDtDES BRI Other diseases Exudative retinopathy

ZFDHDES BHMEREEL Other diseases Exudative vitreoretinopathy 1

ZDtDES BHEREES Other diseases Exudative vitreoretinopathy 4

ZFDHDES BHMERIEAES Other diseases Exudative vitreoretinopathy 5

ZDtDES EBEIERFR Other diseases Facial asymmetry

T D DEE IR Other diseases Facial cleft

ZDtDES BER, RETE. KM, ESE Other diseases Facial dysmorphism, immunodeficiency, livedo, and short stature
ZOMOER EEN. KSEBE. TENEY. SRARBILT Other diseases E?:Lasl dysmorphism, lens dislocation, anterior segment abnormalities, and spontaneous filtering
ZFDHDES EEBRLEBEGCA 0TI —2 Other diseases Facioscapulohumeral muscular dystrophy 2
ZDtDES FHEFRIEE Other diseases Factor H deficiency

ZFDHDES FIRFRISE Other diseases Factor | deficiency

ZDtDES FEVEF L EVIRFEERIER Other diseases Factor v and factor viii, combined deficiency of, 2
ZFDHDES EVEFRIBAE Other diseases Factor V deficiency

ZDtDES BVIRFRIEIE Other diseases Factor VIl deficiency

ZFDHDES EXEFRBE Other diseases Factor X deficiency

ZDtDES EXIEF RIBAE Other diseases Factor Xl deficiency disease

ZFDHDES EXNWEFAY Ty b RIBE Other diseases Factor XIII, A subunit, deficiency of
ZDtDES EXNEFBY T1=y b RIBE Other diseases Factor XlI, b subunit, deficiency of
ZOMDEE RETE Other diseases Failure to thrive

ZTDHMDEE =2 Other diseases Fair hair

ZFDHDES REEXBR) R—R3 Other diseases Familial adenomatous polyposis 3
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ZDtDEE FEEXRBR ) R— R4 Other diseases Familial adenomatous polyposis 4

FDMDES Rikts ERANEERE 1 Other diseases Familial advanced sleep phase syndrome 1
ZOMHNES ERPSLHBEFOREMET SO N BE Other diseases Familial amyloid nephropathy with urticaria AND deafness
FDHDES REEEAD B CREEERL Other diseases Familial cold autoinflammatory syndrome 1
FDMDEE RS B C RIEEIRE Other diseases Familial cold autoinflammatory syndrome 2
ZTohDEE Rt B MIE KR Other diseases Familial dysautonomia

FDMDEE B FARIEE Other diseases Familial exudative vitreoretinopathy
ZDMDER REEHEXE S H I TR BRI Other diseases Familial exudative vitreoretinopathy, X-linked
ZDtDES Rk RECTANA Other diseases Familial focal epilepsy with variable foci
ZDMDER g4 4 FEBYE Other diseases Familial hemiplegic migraine

FDMDEE Rkt M BB 1R Other diseases Familial hemiplegic migraine type 1

ZDMDER Ed 4 BB R Other diseases Familial hemiplegic migraine type 2

ZDtDES RIE B3R Other diseases Familial hemiplegic migraine type 3

ZDMDEER Ed SAEIREE Other diseases Familial hemophagocytic lymphohistiocytosis
FDMDEE 33k SAEIREE2 Other diseases Familial hemophagocytic lymphohistiocytosis 2
ZDMDEER t SAEIREES Other diseases Familial hemophagocytic lymphohistiocytosis 3
FDDEE Rkt SAEIREE4 Other diseases Familial hemophagocytic lymphohistiocytosis 4
ZDMDER FEES7ZIFXTOVE3 R Other diseases Familial hyperaldosteronism type 3

ZDtDES RiktEZa LR T O—)LMfEL Other diseases Familial hypercholesterolemia 1

ZDMDER FEMES 3 LA T O—/LMfiE2 Other diseases Familial hypercholesterolemia 2

ZDtDES RiktEZa LR T O—)LMfEs Other diseases Familial hypercholesterolemia 4

ZDMDER FEEEA VR Y VE Other diseases Familial hyperinsulinism

ZDtDES B H V) o L it B A T P R R Other diseases Familial hyperkalemic periodic paralysis
ZDMDER REES YT Ut Y FilnE Other diseases Familial hypertriglyceridemia

ZDtDES R Ba ') RERAME Other diseases Familial hypoalphalipoproteinemia

ZDMDER FEEEDIL D LRESHIL S D LI Other diseases Familial hypocalciuric hypercalcemia
ZDtDES RIEHEH Y D LMFEART T R0 LIME Other diseases Familial hypokalemia-hypomagnesemia
ZDtDES REHHRER T O/ FMERER 70— CERE Other diseases Familial idiopathic steroid-resistant nephrotic syndrome
ZDtDES RIEE/NRE B ENE Other diseases Familial infantile myasthenia

ZDMDEER RiEMT T EREAERRT L Other diseases Familial isolated arrhythmogenic right ventricular dysplasia
ZDMDES FHRMEIIEESR S VERZAE Other diseases Familial isolated deficiency of vitamin E
ZTohDEE | R AR A B FAKBR B BEE T AE Other diseases Familial isolated hypoparathyroidism
ZDMDEE RS F o RE M B 18 Other diseases Familial juvenile hyperuricemic nephropathy type 1
ZDMDER RigthhiER, BLEEENE Other diseases Familial mediterranean fever, autosomal dominant
ZTDMDEE RIS Sttt £ ERDE Other diseases Familial multiple nevi flammei

ZDMDEER | RiEH SRR Y R— S RAEIREE Other diseases Familial multiple polyposis syndrome
ZDMDES REMESEMREEECLER Other diseases Familial multiple trichoepitheliomata
ZDMDEER REESRSBEYRSA O T4 — Other diseases Familial partial lipodystrophy

ZDMDES REEBIBE)RSA 0TI —2 Other diseases Familial partial lipodystrophy 2

REEHBA B YRR DT —3

Other diseases

Familial partial lipodystrophy 3

RIEEHAB YRS bOT1—4

Other diseases

Familial partial lipodystrophy 4

REEBAB YRR FOT1—6

Other diseases

Familial partial lipodystrophy 6

RiEtE MEMREARIL T 1Y VIE

Other diseases

Familial porphyria cutanea tarda

et BHEREEME Other diseases Familial renal hypouricemia

RietE QBEETALA 1 Other diseases Familial temporal lobe epilepsy 1
ZDMDER | Rt FARIRN S MEE Other diseases Familial thyroid dyshormonogenesis
ZDMDES RietE &) REQMGEER Other diseases Familial type 3 hyperlipoproteinemia
ZDtDEE |RiEMERNE7 S 04 F—2 R, Ostertag®! Other diseases Familial visceral amyloidosis, Ostertag type
ZDMDEE REEEXCEHEMEE) VIEMHES S VDA< SR Other diseases Familial X-linked hypophosphatemic vitamin D refractory rickets
ZDthDEE 77 va—8mAmEA Other diseases Fanconi anemia, complementation group A
ZDMDEE 77 a8 EmEC Other diseases Fanconi anemia, complementation group C
ZDtDEE J7 =& EMEDL Other diseases Fanconi anemia, complementation group D1
FDMDEE 77 a8 EEED2 Other diseases Fanconi anemia, complementation group D2
ZDtDEE 77 a8 m M Other diseases Fanconi anemia, complementation group E
ZDMDES 77 a8 EmEF Other diseases Fanconi anemia, complementation group F
ZDthDEE 77 va—8am MG Other diseases Fanconi anemia, complementation group G
ZotDEE 27 =8 B Other diseases Fanconi anemia, complementation group |
ZDtDES 77 a8 mEME Other diseases Fanconi anemia, complementation group J
ZotDEE Z7 =8 BHEL Other diseases Fanconi anemia, complementation group L
ZDtDES 77 va—8mEMEN Other diseases Fanconi anemia, complementation group N
ZotDEE 27 =& o Other diseases Fanconi anemia, complementation group O
ZDMDEER 77 >a—&m BmEP Other diseases Fanconi anemia, complementation group P
ZDtDEE 27 =AMl BHEQ Other diseases Fanconi anemia, complementation group Q
ZDtDES 77 a8 mEMER Other diseases Fanconi anemia, complementation group R
ZotDEE 27 =8 B Other diseases Fanconi anemia, complementation group S
ZDMDEER Fanconi-Bickel fE{ZEE Other diseases Fanconi-Bickel syndrome
ZDDEE Farberf& Other diseases Farber disease
ZDMDEER EHEAS Other diseases Fatigable weakness
ZFDMDES B Other diseases Fatigue
ZTohDEE BRSO R Other diseases Fatty replacement of skeletal muscle
ZDMDEE it Other diseases Febrile seizures
ZDMDEER EREE Other diseases Feeding difficulties
ZFDMDES $HOBEREE Other diseases Feeding difficulties in infancy
ZDMDEER Feingold fE{ZE 1 Other diseases Feingold syndrome 1
ZFDMDES THEFITRE Other diseases Female infertility
ZDMDEER AEBEOAR Other diseases Femoral bowing
ZotDEE BE7XRSTERS—4HS VX3 Other diseases Fetal akinesia deformation sequence 3
ZDMDEER BEER Other diseases Fetal cystic hygroma
ZFDMDES BREHANE/OEVEMTEREM 1 Other diseases Fetal hemoglobin quantitative trait locus 1
ZDMDEER R B RS Other diseases Fetal megacystis
ZotDEE FG SEIREL Other diseases FG syndrome 1
ZDtDES FG fE(REE4 Other diseases FG syndrome 4
ZFDHDES IR BRI 1 Other diseases Fibrochondrogenesis 1
ZDtDES fR B AE, S Other diseases Fibromatosis, gingival, 5
ZFDHDES SRS IR SR HEAE 1 Other diseases Fibrosis of extraocular muscles, congenital, 1
ZDtDES RSN R RME3. +/- S EEREE Other diseases Fibrosis of extraocular muscles, congenital, 3a, with or without extraocular involvement
ZFDHDES fRME, MERTNE. HnEES Other diseases Fibrosis, neurodegeneration, and cerebral angiomatosis
ZDtDES EDRHMEERR Other diseases Fibrous dysplasia of jaw
ZFDHDES 74 1) v EfEIREE Other diseases Filippi syndrome
ZDtDES T4 252 FOEXRME * 7 0—CERE Other diseases Finnish congenital nephrotic syndrome
ZFDHDES S AR Other diseases Flat occiput
ZDtDES AECR O T 4 —, Fleck & Other diseases Fleck corneal dystrophy
ZOMHDEE TR B i Other diseases Flexion contracture
ZDMDEER Floating-Harbor fE &R Other diseases Floating-Harbor syndrome
ZFDHDES PAMEEERKE Other diseases Focal cortical dysplasia type Il
ZDtDES BFEEERK Other diseases Focal dermal hypoplasia
ZFDHDES AETALA Other diseases Focal epilepsy
ZDtDES PHEEEERRTE 3. Setleis B! Other diseases Focal facial dermal dysplasia 3, Setleis type
ZOMHDEE R E PRI R (L Other diseases Focal segmental glomerulosclerosis
ZDtDES SRS BT R BRIAREALSEL Other diseases Focal segmental glomerulosclerosis 1
ZFDHDES SRS B R ERIARELE2 Other diseases Focal segmental glomerulosclerosis 2
ZDtDES SRS BT R BRIAREALIES, ~DREZME Other diseases Focal segmental glomerulosclerosis 3, susceptibility to
ZFDHDES SRS BT R ERIARELIES Other diseases Focal segmental glomerulosclerosis 5
ZDtDES BIRS BT R BRIARE (L SE6 Other diseases Focal segmental glomerulosclerosis 6
ZFDHDES BARS B R ERIARELIET Other diseases Focal segmental glomerulosclerosis 7
ZTDHMDEE ERFE Other diseases Focal seizures
ZOMDEE EEBEEHSERRE Other diseases Focal seizures with impairment of consciousness or awareness
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ZDtDEE BRMANEEEAMEEEERRE Other diseases Focal T2 hyperintense basal ganglia lesion
FDMDES Fontaine R ZfERE Other diseases Fontaine progeroid syndrome

ZTDHDEE REEHNH S Other diseases Foot dorsiflexor weakness

FDHDES P BIER Other diseases Foveal hypoplasia

ZDtDES FbEER K2 Other diseases Foveal hypoplasia 2

ZDMDER FILEERR - BEZEERE Other diseases Foveal hypoplasia and presenile cataract syndrome
Z DR FOXG1 K& Other diseases FOXG1 disorder

ZDMDER EEBDEH Other diseases Fractures of the long bones

ZDtDES MEEB A RIS Other diseases Fragile skin

ZDMDER Frank-Ter Haar fE{R & Other diseases Frank-Ter Haar syndrome

TDHDEE 7 L—Y—ERE#L Other diseases Fraser syndrome 1

ZDMDER 7 L—Y—fEIRER2 Other diseases Fraser syndrome 2

ZDtDES 7 L—Y— iR 3 Other diseases Frasier syndrome

ZDMDEER Freeman-Sheldon JE & & Other diseases Freeman-Sheldon syndrome

TDHDEE FriedreichiE B K 57 Other diseases Friedreich ataxia

ZDMDEER RIEEZRH Other diseases Frontal bossing

ZDtDES FEEES e S Hnd Other diseases Frontal cortical atrophy

ZDtDES RIEE B Ein E R Other diseases Frontometaphyseal dysplasia

ZDtDES BIEE B IR E R AL Other diseases Frontc hyseal dysplasia 1

ZDtDES RIEE B im R R AAE2 Other diseases Frontometaphyseal dysplasia 2

ZDtDES BIEESREMAREL Other diseases Frontonasal dysplasia 1

ZDMDER BISES ERAE2 Other diseases Frontonasal dysplasia 2

ZDtDES LR HE R O/ & 1= (S B EHE I R ILfE2 Other diseases Frontotemporal dementia and/or amyotrophic lateral sclerosis 2
ZDMDER GIEELETEE FER U/ F - (S ER SR RBLES Other diseases Frontotemporal dementia and/or amyotrophic lateral sclerosis 3
ZDtDES GEELE] REAER U/ F - (SR E R RIRE LA Other diseases Frontotemporal dementia and/or amyotrophic lateral sclerosis 4.
ZDMDER IILH F—RERR T 73 —EREBE Other diseases Fructose-biphosphatase deficiency

TDHDEE ZavkE—=YR Other diseases Fucosidosis

ZDMDER BB EXEFCA O T 4 — Other diseases Fukuyama congenital muscular dystrophy
ZDtDES 23 5—ERIEE Other diseases Fumarase deficiency

ZDMDEER Gabriele de VriesfE{Z A Other diseases Gabriele de Vries syndrome

ZDHDEE REIAMEST Other diseases Gait ataxia

ZTohDEE SIIEE Other diseases Gait disturbance

ZDMDEE SO PN ESI RBASY b F—ERIEE Other diseases Galactosylceramide beta-galactosidase deficiency
ZDMDER Galloway-MowatjE %3 3 Other diseases Galloway-Mowat syndrome 3

FDMDEE Galloway-MowatfiEIREf 4 Other diseases Galloway-Mowat syndrome 4

ZDMDEER Galloway-MowatfiE{ZEf 6 Other diseases Galloway-Mowat syndrome 6

FDMDEE Galloway-MowatE{&Ef 7 Other diseases Galloway-Mowat syndrome 7

ZDMDEER Galloway-MowatjE %3 8 Other diseases Galloway-Mowat syndrome 8

ZDMDES V-Z73I/ BBV RT7IF—EREBE Other diseases Gamma-aminobutyric acid transaminase deficiency
ZDtDEE GAPOSE{ZEE Other diseases GAPO syndrome

FDMDEE Gardner fEIREE Other diseases Gardner syndrome

ZDMDEER BREFR Other diseases Gastroesophageal reflux

ZDMDEE EREBEE Other diseases Gastrointestinal dysmotility

ZDMDEER RN BEF1—TEEZE Other diseases Gastrostomy tube feeding in infancy

ZOMHNESE MDS/AMLN D B2 1 % 4 5 GATA2RIBSE Other diseases GATA?2 deficiency with susceptibility to MDS/AML
ZDMDES dJ—zf Other diseases Gaucher disease

ZDMDES J— xiF 3cH Other diseases Gaucher disease type 3C

ZDMDER J— rfF IR Other diseases Gaucher disease type |

ZDMDEE Other diseases Gaucher disease type Il

ZDMDEER S— A Other diseases Gaucher disease type Il

ZDMDEE d— . BESRE Other diseases Gaucher disease, perinatal lethal

ZDMDEER HEITHEBIE A S I RME. RiEE. KE Other diseases Gaze palsy, familial horizontal, with progressive scoliosis 1
FDMDEE TLA 24099 BEMKIE Other diseases Geleophysic dysplasia

ZDtDEE FLA T4y BEMBRIE 1 Other diseases Geleophysic dysplasia 1

ZDMDES TLA 2409 BEMRIE2 Other diseases Geleophysic dysplasia 2

ZDMDER FLA 740y BEMBRIES Other diseases Geleophysic dysplasia 3

ZFDMDES SHUFERERREKEE. BHER Other diseases Generalized dominant dystrophic epidermolysis bullosa
ZDtDES 2B TANA Other diseases Generalized epilepsy

ZotDEE TANAREITVRATSR Other diseases Generalized epilepsy with febrile seizures plus
ZDtDES RTADLAREITLVNA TSRS Other diseases Generalized epilepsy with febrile seizures plus 3
ZotDEE TANAREITVRA TSR Other diseases Generalized epilepsy with febrile seizures plus, type 1
ZDtDEE R TADARMETLHNATSR10 Other diseases Generalized epilepsy with febrile seizures plus, type 10
ZDtDEE BTADARETVVNATSR2 Other diseases Generalized epilepsy with febrile seizures plus, type 2
ZDtDES RTADARETVNA TSR Other diseases Generalized epilepsy with febrile seizures plus, type 7
ZotDEE ERTADLARBETVNATSRO Other diseases Generalized epilepsy with febrile seizures plus, type 9
ZDMDEER % EAE Other diseases Generalized hypertrichosis

ZotDEE LEMHHRERIET Other diseases Generalized hypotonia

ZDMDEER £ 5 Other diseases Generalized joint laxity

ZotDEE EEFEERY R— 3 RAEEE Other diseases Generalized juvenile polyposis/juvenile polyposis coli
ZDMDEER EGHEI A O —RE Other diseases Generalized myoclonic seizures

ZDtDEE 2EMFERBSRE Other diseases Generalized neonatal hypotonia

ZTOhDEE LHMRE Other diseases Generalized seizures

ZDDEE LS PERE MR Other diseases Generalized tonic seizures

ZTOhDEE S HHREERMAERE Other diseases Generalized tonic-clonic seizures

ZFDMDES BiEETVAVE Other diseases Genetic prion disease

ZDMDEER RS BAEIRE Other diseases Genitopatellar syndrome

ZFDMDES SHER 38/ 3 RS EAR B Other diseases Genitourinary and/or brain malformation syndrome
ZDMDEER EAGEEERBMRERSE Other diseases Geroderma osteodysplastica

ZOMNEE DEYRAEFR IS Other diseases Gestational diabetes

ZDtDES )L M fE B ER AR Other diseases Ghosal hematodiaphyseal dysplasia

ZotDEE EX#E=—21—0O/8F—1 Other diseases Giant axonal neuropathy 1

ZDtDES GilbertfiE (R & Other diseases Gilbert syndrome

ZFDHDES GillespiefE{ZEE Other diseases Gillespie syndrome

ZDMDEE Gillessen-Kaesbach-NishimurafiE{Z B Other diseases Gillessen-Kaesbach-Nishimura syndrome
ZFDHDES HADER Other diseases Gingival enlargement

ZDtDES PR HE B E- % EIEREIREE Other diseases Gingival fibromatosis-hypertrichosis syndrome

T D DEE J5 oy o iIMREDE Other diseases | 1 thrombasthenia

ZTDMDEE 5y U IMRENEL Other diseases Glanzmann thrombasthenia 1

T D DEE J5 oy omiMREDE2 Other diseases | 1 thrombasthenia 2

ZTDMDEE #E Other diseases Glaucoma

ZFDHDES RXERFEERAEA Other diseases Glaucoma 3, primary congenital, A

ZDtDES REXBRFEERNEJ Other diseases Glaucoma 3, primary congenital, d

ZFDHDES KRBEFEERREBE Other diseases Glaucoma 3, primary congenital, E

ZDtDES SRR ANED Other diseases Glaucoma 3, primary infantile, b

ZOMHDEE IR RN Other diseases Glaucoma of childhood

ZDtDES BEREERNE, FAER Other diseases Glaucoma, primary closed-angle

ZOMHDEE R RE Other diseases Gliosis

ZDtDES 2 RNEMRIE Other diseases Global brain atrophy

ZFDHDES EREEEE Other diseases Global developmental delay

ZDtDES HEEE - ER - BRE -V L LRBHEER Other diseases Global developmental delay - lung cysts - overgrowth - Wilms tumor syndrome
ZFDHDES REEE. WEOXRMF-IFERK. EREER Other diseases Global developmental delay, absent or hypoplastic corpus callosum, and dysmorphic facies
ZDMDEE SREBIE - 4 VAT XIVEEES RERAERMEBER Other diseases Glomerulocystic kidney disease with hyperuricemia and isosthenuria
ZFDHDES HRERAR & Other diseases Glomerulonephritis

ZDtDES RERIALE Other diseases Glomerulopathy

ZFDHDES T4 TORYF URBEEED RBRIKE 2 Other diseases Glomerulopathy with fibronectin deposits 2
ZDtDES JIaaLFaq FREBE2 Other diseases Glucocorticoid deficiency 2

ZFDHDES ALV FaA BRIBEA+/- REINF A FRIEE Other diseases Glucocorticoid deficiency 4 with or without mineralocorticoid deficiency
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ZDtDEE TFHSITEESTILaa)LF oA FRIEEE Other diseases Glucocorticoid deficiency with achalasia

FDMDES JILa—R6) VEEBKERERZE Other diseases Glucose 6 phosphate dehydrogenase deficiency
ZDtDEE JILa—R-6-\) VEREIEIEE Other diseases Glucose-6-phosphate transport defect

FDHDES GLUTIR B Other diseases GLUT1 deficiency syndrome

Z0HhDEE GLUT1R {8 1 Other diseases GLUT1 deficiency syndrome 1

ZDMDER GLUTIRIBSE 2 Other diseases GLUT1 deficiency syndrome 2

Z DR LB S UERIVS / REEBERRIEE Other diseases GLUTAMATE FORMIMINOTRANSFERASE DEFICIENCY
ZDMDER FILEIVESRAELR! Other diseases Glutaric aciduria, type 1

FDMDEE BMEEMICLDFRMBDIINE F4 U EBRBERRZE Other diseases Glutathione synthetase deficiency of erythrocytes, hemolytic anemia due to
ZDMDER T FA U ARBERRIBE Other diseases Gluthathione synthetase deficiency

ZDtDES ERMEFT ) UEES T Y S VBE Other diseases Glycine encephal hy with normal serum glycine
ZDMDER SGYIAVNWKRRITFZFOINA IV b—ILERARDRIE1S Other diseases Glycosylphosphatidylinositol biosynthesis defect 15
FDMDESE GJUIAIWKRRI7ZFIIA/ b= ILEERDRIE1 S Other diseases Glycosylphosphatidylinositol biosynthesis defect 18
ZDMDEER GM3E& B R RIBRE Other diseases GM3 synthase deficiency

ZDtDES BEBREMRE Other diseases Gnathodiaphyseal dysplasia

ZDMDEER GNES A /3F— Other diseases GNE myopathy

FDDEE Goldberg-Shprintzen B K& AEIREE Other diseases Goldberg-Shprintzen megacolon syndrome

ZDMDER J—IL KISy FrEmE Other diseases Goldblatt hypertension

FDMDEE Id| -Favre SE{REE Other diseases Goldmann-Favre syndrome

ZDMDER HREETS BMER, @ESI tOT—. SA/NR— Other diseases Gonadal dysgenesis, dysmorphic facies, retinal dystrophy, and myopathy
FDMDESE d+ KO EVRIBE Other diseases Gonadotropin deficiency

ZDMDER 5 R rOEVIHREEREYRERE Other diseases Gonadotropin-independent familial sexual precocity
FDMDEE Gordon Holmes§E &2 Other diseases Gordon Holmes syndrome

ZDMDER Gordon fEIZE Other diseases Gordon syndrome

FDMDEE Gorlin JE{&E Other diseases Gorlin syndrome

ZTohDEE A Other diseases Gout

ZOMNEE GRACILE fE{&3F Other diseases GRACILE syndrome

ZDMDER GrangeSiE {& & Other diseases Grange syndrome

ZDtDES ISHAFELERE. BLEALHE. FhIO—LbEY Other diseases Granulomatous disease, chronic, autosomal recessive, cytochrome b-negative
ZDtDES BHAFEEEE. BEEASHE, F RO O—LbEE, WE Other diseases Granulomatous disease, chronic, autosomal recessive, cytochrome b-positive, type Il
ZDMDES R M/ MRAEIREE Other diseases Gray platelet syndrome

ZDtDEE Greenberg B £ RIE Other diseases Greenberg dysplasia

ZotDEE Greig BB S B 1RIEIREE Other diseases Greig cephalopolysyndactyly syndrome

ZDMDER GriscellifE{ZEE Other diseases Griscelli syndrome

FDMDEE GriscelliEE{REE1 Other diseases Griscelli syndrome type 1

ZDMDEER GriscellifiE{Z B2 Other diseases Griscelli syndrome type 2

FDMDEE Tdp43Ft AR Z 4 5 GrnBS B REERIEEE T E Other diseases Grn-related frontotemporal lobar degeneration with Tdp43 inclusions
ZDMDEER Groenouw FIESR O T 4 —18! Other diseases Groenouw corneal dystrophy type |

ZDMDES BREEE Other diseases Growth delay

ZDtDEE AR VHBRERFIEREIC L DREEE Other diseases Growth delay due to insulin-like growth factor | resistance
ZDMDEE ARERILVEVRZE Other diseases Growth hormone deficiency

ZDMDEER REERFESRERILVECSBRILEL. BEEASHE Other diseases Growth hormone insensitivity with immune dysregulation 1, autosomal recessive
ZTDMDEE BEGIR, B, HEOLER Other diseases Growth restriction, severe, with distinctive facies
ZDMDEER AREEIE, MMNRERE. HRRET. IFHEES Other diseases Growth retardation, intellectual developmental disorder, hypotonia, and hepatopathy
ZTDHDEE GTPH A U O/nA FO L—RIRIBIE Other diseases GTP cyclohydrolase | deficiency

ZDMDER Haim-MunkfE 1 & Other diseases Haim-Munk syndrome

FDMDEE Hajdu-ChenevjE {& B Other diseases Hajdu-Cheney syndrome

ZTohDEE BERAE Other diseases Hamartoma

ZTDMDEE 25U Other diseases Hammertoe

ZDMDEER FIEOHER Other diseases Hand muscle atrophy

ZDMDEE N—=FTARILT 1)V Other diseases Harderoporphyria

ZDMDEER Harel-YoonfE{Z B Other diseases Harel-Yoon syndrome

FDMDEE HartsfieldiE{R Bf Other diseases Hartsfield syndrome

ZDMDER NEERR KA. Hay-WellsE! Other diseases Hay-Wells syndrome of ectodermal dysplasia

ZTDMDEE Hb SSi& Other diseases Hb SS disease

ZDMDER BESEERETAEY Other diseases Head and Neck Neoplasms

ZOMNEE L] Other diseases Headache

ZDMDEER B Other diseases Hearing impairment

ZFDMDES BEhigk Other diseases Hearing loss

ZDMDER Hecht fE{RE Other diseases Hecht syndrome

ZotDEE HeimlerjE {ZE#1 Other diseases Heimler syndrome 1

ZDMDEER HeimlerjiE {& 22 Other diseases Heimler syndrome 2

ZDtDEE NA Y IMAE Other diseases Heinz body anemia

ZDMDEER HELIX JEf& B Other diseases HELIX syndrome

ZotDEE Helsmoortel-Van der Aa fE{EE Other diseases Helsmoortel-Van der Aa Syndrome

ZDMDEE fpR Other diseases Hematuria

ZotDEE FBIAE K fE Other diseases Hemihypertrophy

ZDMDEER LA FE Other diseases Hemiparesis

ZOMDEE SRR Other diseases Hemiplegi

ZTohDEE FiHE Other diseases Hemivertebrae

ZDtDEE i FaE1R Other diseases Hemochromatosis type 1

ZDtDES Other diseases Hemochromatosis type 2A

ZFDMDES Other diseases Hemochromatosis type 3

ZDtDES Other diseases Hemochromatosis type 4

ZotDEE ANEFOEVE Other diseases Hemoglobin E

ZDMDEER AESOEVER Other diseases Hemoglobin E disease

ZFDMDES ANESOEVE/BYSEITE Other diseases Hemoglobin E/beta thalassemia disease

ZDMDEER EEANESOEVE Other diseases Hemoglobinopathy

ZFDMDES AF VI F—EREBEICE S BRI Other diseases Hemolytic anemia due to hexokinase deficiency
ZDtDES JILa—RY VB4 VA S—UREBEICKSBEMMEE M Other diseases Hemolytic anemia, nonspherocytic, due to glucose phosphate isomerase deficiency
ZFDMDES MERERM) L/ HBEE. %S Other diseases Hemophagocytic lymphohistiocytosis, familial, 5
ZDtDES Hin, BAELADERZHE Other diseases Hemorrhage, intracerebral, susceptibility to

ZFDHDES D MEREE, I FAA U TFRRIE. ARE Other diseases Hemorrhagic destruction of the brain, subependymal calcification, and cataracts
ZDtDES ArER Other diseases Hepatic cysts

ZFDHDES FAFAZUTZT/ VRS VR T S—ERIBE Other diseases Hepatic methionine adenosyltransferase deficiency
ZTDMDEE BERART Other diseases Hepatic steatosis

ZFDHDES AFEsREAE M AR BTSSR Other diseases Hepatic veno-occlusive disease-immunodeficiency syndrome
ZDtDES BEFMERIL T U Vi Other diseases Hepatoerythropoietic porphyria

ZFDHDES FFEX Other diseases Hepatomegaly

ZDtDES ATREEE Other diseases Hepatosplenomegaly

ZFDHDES B BRERRIRES Other diseases Hereditary acrodermatitis enteropathica

ZDtDES BEE7ZIOAF—VR Other diseases Hereditary amyloidosis

ZFDHDES EEELEFELR Other diseases Hereditary angioedema type 1

ZDtDES EEtENEFE3R Other diseases Hereditary angioedema type 3

ZOMHDEE BiRtE SRR Other diseases Hereditary angioneurotic edema

ZDtDES BEEEB XA Other diseases Hereditary ataxia

ZFDHDES BEMOIRTS—EA4 VEES —RIBE-#ETLRTF Other diseases Hereditary C1 esterase inhibitor deficiency - dysfunctional factor
ZDtDES BEEZSOA F—J X EE S NHm Other diseases Hereditary cerebral hemorrhage with amyloidosis
ZFDHDES EEE 2 TORLI U VE Other diseases Hereditary coproporphyria

ZDtDES BEEXEFRZE Other diseases Hereditary factor IX deficiency disease

ZFDHDES EEMVIEFRZE Other diseases Hereditary factor VIl deficiency disease

ZDtDES BEMEXEFRZE Other diseases Hereditary factor X deficiency disease

ZFDHDES EEMXNEFRZE Other diseases Hereditary factor XI deficiency disease

ZDtDES BEMEIIVY F—RRE Other diseases Hereditary fructosuria

ZFDHDES SEEEREIEIEE Other diseases Hereditary hyperekplexia

ZDtDES BEE AXEAREEFESIS I ) FUomE Other diseases Hereditary hyperferritinemia with congenital cataracts
ZOMDEE BIEHEERE N A—F Y ViR Other diseases Hereditary late onset Parkinson disease
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ZDtDEE EEE EER Other diseases Hereditary liability to pressure palsies

FDMDES BIEME AS/—< Other diseases Hereditary melanoma

ZFDMDEE BIEW A AES O E VME Other diseases Hereditary methemoglobinemia

FDHDES BEHERREE = 1 —0/8F — x000D_ Other diseases Hereditary motor and sensory neuropathy
FDMDEE RERBEESAEHEESRE = 1 —O/\F— Other diseases Hereditary motor and sensory neuropathy with optic atrophy
ZDMDER BIEHEPHRE= 2 —O/F—, R Other diseases Hereditary motor and sensory neuropathy, Okinawa type
ZDtDES AR R Other diseases Hereditary mucoepithelial dysplasi

ZDMDER BEMER) R—RAXBHEY Other diseases Hereditary nonpolyposis colorectal neoplasms
ZTDHDEE Bt ERALE Other diseases Hereditary palmoplantar keratoderma

ZDMDER i B Other diseases Hereditary pancreatitis

FDMDESR IS IR M BKSE Other diseases Hereditary pyropoikilocytosis

ZDMDER i BEHEHE=1—0O/F— Other diseases Hereditary sensory and autonomic neuropathy
FDMDEE BREAEE= 1 —O/NF—1F Other diseases Hereditary sensory and autonomic neuropathy type 1
ZDMDEER i A=k a—O/NF—1cE Other diseases Hereditary sensory and autonomic neuropathy type IC
FDMDEE BREREE= 2 —O/NF—2AR Other diseases Hereditary sensory and autonomic neuropathy type IIA
ZDMDEER i A=k 1—0O/8F—2BE Other diseases Hereditary sensory and autonomic neuropathy type I1B
FDMDEE BEREE= 1 —O/NF—2CcH Other diseases Hereditary sensory and autonomic neuropathy type IIC
ZDDEE i BEM=1—0/\F—1DHE Other diseases Hereditary sensory neuropathy type 1D
FDDESE BEMH— 2 —O/NF— 1R Other diseases Hereditary sensory neuropathy type IE

ZDMDER i TR RRE Other diseases Hereditary spastic paraplegia

FDMDEE 4 X RRSE 10 Other diseases Hereditary spastic paraplegia 10

ZDMDER i M RREE L2 Other diseases Hereditary spastic paraplegia 12

FDMDEE 1 Xt R 13 Other diseases Hereditary spastic paraplegia 13

ZDMDER i S RREELS Other diseases Hereditary spastic paraplegia 15

FDMDEE S Xt R 18 Other diseases Hereditary spastic paraplegia 18

ZDMDER i SRR Other diseases Hereditary spastic paraplegia 2

FDMDEE I3 14 Xt FR 26 Other diseases Hereditary spastic paraplegia 26

ZDMDER i S B39 Other diseases Hereditary spastic paraplegia 39

FDMDEE I 14 % BRSEE3A Other diseases Hereditary spastic paraplegia 3A

ZDMDEER AT T 1 SRR 5A Other diseases Hereditary spastic paraplegia 5A

FDMDEE ME I M ot R 6 Other diseases Hereditary spastic paraplegia 6

ZDtDEE AR FRE 7 Other diseases Hereditary spastic paraplegia 7

FDMDEE M JE M o R I8 Other diseases Hereditary spastic paraplegia 8

ZDtDEE AR 1 X BREE9A Other diseases Hereditary spastic paraplegia 9A

ZDMDEE EHEEKIR TR M ERSE Other diseases Hereditary spherocytosis

ZDtDEE BEEXY O F URELR Other diseases Hereditary xanthinuria type 1

FDMDEE Hermansky-PudlakfiE{& B Other diseases Hermansky-Pudlak syndrome

ZDMDEER Hermansky-PudlakfiE {& &1 Other diseases Hermansky-Pudlak syndrome 1

FDMDEE Hermansky-PudlakfiE iR &2 Other diseases Hermansky-Pudlak syndrome 2

ZDMDEER Hermansky-PudlakfiE {& &3 Other diseases Hermansky-Pudlak syndrome 3

FDMDEE Hermansky-PudlakfiE {& &5 Other diseases Hermansky-Pudlak syndrome 5

ZDMDEER Hermansky-PudlakfiE iR &6 Other diseases Hermansky-Pudlak syndrome 6

FDMDEE Hermansky-PudlakfiE iR &7 Other diseases Hermansky-Pudlak syndrome 7

ZDMDEER Hermansky-PudlakfiE iR &9 Other diseases Hermansky-Pudlak syndrome 9

ZTDHDEE MERBE Other diseases Heterochromia iridis

ZTohDEE SEGLIE Other diseases Heterotaxia

ZDMDES REESERIAE 1. XS Other diseases Heterotaxy, visceral, 1, X-linked

ZDMDER WA G 2, B 2 AN Other diseases Heterotaxy, visceral, 2, autosomal

ZDMDEE REE R 4 . HEEENE Other diseases Heterotaxy, visceral, 4, autosomal

ZDMDEER WEEEEGIAE 7 . B EAME Other diseases Heterotaxy, visceral, 7, autosomal

ZDMDEE REEGIAE 8 . B EIAN Other diseases Heterotaxy, visceral, 8, autosomal

ZDMDEER EmtE Other diseases Heterotopia

ZOMDEE Hiatt-Neu-Cooper 4% 5% i & fE (& B¥ Other diseases HIATT-NEU-COOPER NEURODEVELOPMENTAL SYNDROME
ZDMDER FHNEEMERTEE Other diseases Hidrotic ectodermal dysplasia syndrome
FDMDESE BEREYRENYBEILATO—)LEENTEE Other diseases High density lipoprotein cholesterol level quantitative trait locus 6
ZDMDER RIEEER S L Other diseases High forehead

ZFDMDES =S50 Other diseases High palate

ZDMDEER BARKTOREEREE Other diseases High-frequency hearing impairment

ZFDMDES SEnOsE Other diseases High, narrow palate

ZDMDER B57—FB Other diseases Highly arched eyebrow

ZFDMDES ELSARTIV TR Other diseases Hirschsprung disease

ZDMDEER ELSARTLUTEL Other diseases Hirschsprung disease 1

ZFDMDES ELVARTIVTHE2 Other diseases Hirschsprung disease 2

ZTOhDEE ZEE Other diseases Hirsutism

ZFDMDES FRRER B E MR Other diseases Histiocytic medullary reticulosis

ZDMDEER BRI ERIE- 1) >/ \BIE TS5 REEIREE Other diseases Histiocytosis-lymphadenopathy plus syndrome
ZFDMDES T IV B S5 —EARIBHEIZ & HHNSHA Other diseases HNSHA due to aldolase A deficiency

FOMDESR HRABNREL S—PERBRRIEE Other diseases Holocarboxylase synthetase deficiency

ZotDEE 2 TR AR AE /2 BTARAE 2 Other diseases Holoprosencephaly 2

ZDMDEER £ Bk REAE /£ ATAKSES Other diseases Holoprosencephaly 3

ZFDMDES L HTAXARAE /2 BTAKAE4 Other diseases Holoprosencephaly 4

ZDMDEER £ BB AE /£ ATAKSES Other diseases Holoprosencephaly 5

ZFDMDES L TR AR AE /2 BTANAEQ Other diseases Holoprosencephaly 9

ZDMDEER £ Bk RO AE / £ BT AXAE Other diseases Holoprosencephaly sequence

ZotDEE BRIV b A —5 LERE Other diseases Holt-Oram syndrome

ZDtDES AFLUTRSE FOEBRETBEIBEICLI S HRESRF URE Other diseases Homocystinuria due to methylene tetrahydrofolate reductase deficiency
ZFDMDES AFITOVEBREZEDLEVKRESRF VR Other diseases Homocystinuria without methylmalonic aciduria
ZDMDEER FEMES DI LA T O—/LInfE, REESE Other diseases Homozygous familial hypercholesterolemia
ZotDEE EEE Other diseases Horseshoe kidney

ZDMDEER Hoyeraal-HreidarssonfiE {&&f Other diseases Hoyeraal-Hreidarsson syndrome

ZDDEE HSD10 5% Other diseases HSD10 disease

ZDtDES E kHoxalfE{%EE Other diseases Human HOXA1 syndromes

ZFDHDES NUF U kUL Other diseases Huntington disease-like 1

ZDtDES N—F—ERE Other diseases Hurler syndrome

ZFDHDES NYFUYI-FINTA—K TOD 1 7EER /NERRE Other diseases Hutchinson-Gilford progeria syndrome, childhood-onset
ZDtDES NYFUY-FIL T+ — FERE Other diseases Hutchinson-Gilford syndrome

ZFDHDES TR Other diseases Hyaline fibromatosis syndrome

ZDtDES MRS REML Other diseases Hydatidiform mole, recurrent, 1

ZFDHDES FRFIL RIEM2 Other diseases Hydatidiform mole, recurrent, 2

ZDtDES MRS, REMS Other diseases Hydatidiform mole, recurrent, 3

ZFDHDES BERFEEE S KERE Other diseases Hydranencephaly with renal aplasia-dysplasia
ZDtDES JKEESE Other diseases Hydrocephalus

ZFDHDES SRMEKEEE 2, +/-id BRLL & 5 Other diseases Hydrocephalus, congenital, 2, with or without brain or eye anomalies
ZDMDEER Hydrolethalus fE{REE Other diseases Hydrolethalus syndrome

ZFDHDES Hydrolethalus fE{&Ef2 Other diseases Hydrolethalus syndrome 2

ZDtDES KEE Other diseases Hydronephrosis

ZFDHDES JKEE. FLEET7 S F—J R, MFEMERAM Other diseases Hydrops, lactic acidosis, and sideroblastic anemia
ZDtDES KRE Other diseases Hydroureter

ZFDHDES SIgEERMRIEEREL. B2AKEN Other diseases Hyper-IgE recurrent infection syndrome 1, autosomal dominant
FDDESE BIgEERMERLEEREI. BL2BKEHE Other diseases Hyper-IgE recurrent infection syndrome 3, autosomal recessive
ZFDHDES BIgEMEIREE Other diseases Hyper-IgE syndrome

ZDMDEE BIgMIERE 1T Other diseases Hyper-IgM syndrome type 1

ZFDHDES BlgMIEEE2E) Other diseases Hyper-IgM syndrome type 2

ZDMDEE BIgMIERE 3 Other diseases Hyper-IgM syndrome type 3

ZFDHDES BlgMIEEE ST Other diseases Hyper-IgM syndrome type 5

ZDtDES B7IERTOVE, Riet1E Other diseases Hyperaldosteronism, familial, type |

ZFDHDES B7IFRTOVE. RiEtd Other diseases Hyperaldosteronism, familial, type Il
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ZDtDEE B7VE-T7HhEIER Other diseases Hyperammonemia, type |1l

T DEE BEUIILE ME Other diseases Hyperbilirubinemia

ZTDHDEE =AE A M E Other diseases Hyperbiliverdinemia

FDHDES SHILT Y LME Other diseases Hypercalcemia

ZDtDES BHLTYLME, FLIRMA Other diseases Hypercalcemia, infantile, 1

ZDMDER BHNLT Y LME, FLIBE2 Other diseases Hypercalcemia, infantile, 2

ZDtDES SRR T, NS Other diseases Hyperchlorhidrosis, isolated

ZDMDER B335 UEME, Rkt Other diseases Hypercholanemia, familial

ZDtDES BRI B Other diseases Hyperechogenic kidneys

ZDMDER BRI EE 1 Other diseases Hyperekplexia 1

FDMDEE BE|EIEE 4 Other diseases Hyperekplexia 4

ZDMDER FRAEDBHBEYE Other diseases Hyperextensible hand joints

ZDtDES BRI EE Other diseases Hyper ible skin

ZDMDEER J1) S URE Other diseases Hyperglycinuria

TDHDEE BfimRREFSIERES DD VDR Other diseases Hyperimmunoglobulin D with periodic fever

ZDMDEER ELEASHEEOSREI DT VERERLERE Other diseases Hyperimmunoglobulin E recurrent infection syndrome, autosomal recessive
FDDEE BRESOIJY OMERE Other diseases Hyperimmunoglobulin M syndrome

ZDMDER B4 VR U E Other diseases Hyperinsulinemia

TDHDEE RIS A VR Y Vi S M 5 Other diseases Hyperinsulinemic hypoglycemia familial 5

ZDMDER RiEttE 4 VR Y L ifE S EE 1 Other diseases Hyperinsulinemic hypoglycemia, familial, 1

ZDtDES RIS A VR Y Vil E ML 2 Other diseases Hyperinsulinemic hypoglycemia, familial, 2

ZDMDER RiktEE 4 VR Y L IE M EmELE 4 Other diseases Hyperinsulinemic hypoglycemia, familial, 4

ZDtDES JILaXF—EREEICESEA VR VI Other diseases Hyperinsulinism due to glucokinase deficiency

ZDMDER HNFAARIBREIC L B BA v al) ViE Other diseases Hyperinsulinism due to HNF4A deficiency

ZDtDES BAVAY) U-BT7 vEZT NAEEGEE Other diseases Hyperinsulinism-hyperammonemia syndrome

ZDMDER BHY) Y LME Other diseases Hyperkalemia

FDMDEE S5 MmE Other diseases Hyperlipi i

ZDMDER LPLBSE S AR MAE . REEME Other diseases Hyperlipidemia, familial combined, LPL related

ZDtDES B REAMDER Other diseases Hyperlipoproteinemia, type |

ZDMDEER B REAMEIDE Other diseases Hyperlipoproteinemia, type ID

ZDHDEE BY T UmE Other diseases Hyperlysinemia

ZFOtDEE ;7__./ ULREVRTFAVE FAS—HRIBEICHESBAF4 =M Other diseases Hypermethioninemia with s-adenosylhomocysteine hydrolase deficiency
ZDMDEER ERR Other diseases Hypermetropia

ZDMDEE BAL=FL -BFUE=T - REY MUY VIREEIRE Other diseases Hyperornithinemia-hyperammonemia-homocitrullinuria syndrome
ZTohDEE Bl P RAR I RETTE Other diseases Hyperparathyroidism

ZDMDES B AR ARAE HETTAE 1 Other diseases Hyperparathyroidism 1

ZTohDEE —iB M4 R R KR AE T Other diseases Hyperparathyroidism, transient neonatal

ZDMDEE B7IT )75 UM . BH4 RiB. D Other diseases Hyperphenylalaninemia, BH4-deficient, D

ZDMDEER B2 )LVFS=MmfE . BE. JEBhaRE Other diseases Hyperphenylalaninemia, mild, non-bh4-deficient
FDMDEE B7T TS5 UMmE . JEpku Other diseases Hyperphenylalaninemia, non-pku

ZOhDEE BREEMHSHY VERME Other diseases Hyperphosphatasemia with bone disease

FDMDEE EHEREHESISY VBMAEEREE 1 Other diseases Hyperphosphatasia with mental retardation syndrome 1
ZDMDER RBHESEESSY VBMAEFEIRE 2 Other diseases Hyperphosphatasia with mental retardation syndrome 2
FDMDEE EHEREHESISY VBMEERES Other diseases Hyperphosphatasia with mental retardation syndrome 3
ZDMDEER RREFEESIS VBMEEIRE4 Other diseases Hyperphosphatasia with mental retardation syndrome 4
FDMDEE EHEREHESIS Y VBMEERES Other diseases Hyperphosphatasia with mental retardation syndrome 5
ZDMDEER B B M- R Other diseases Hyperphosphatasia-intellectual disability syndrome
ZotDEE B UBmEEREEES R PCLEE 1 Other diseases Hyperphosphatemic familial tumoral calcinosis 1
ZOhDEE A= Dt Other diseases Hyperpigmentation of the skin

ZTDHDEE 2704 R Y VE Other diseases Hyperproinsulinemia

ZDMDES RETTLHE Other diseases Hyperreflexia

ZTDMDEE AR P B At Other diseases Hypertelorism

ZDMDEER BRRBARE. Teebi®! Other diseases Hypertelorism, Teebi type

ZDMDEE ShEEREE. FRE. BREAENE. HRHMEE Other diseases Hypertension, early-onset, autosomal dominant, with severe exacerbation in pregnancy
ZDMDEER B S RENERIRIREEETTEE Other diseases Hyperthyroidism, nonautoimmune

ZotDEE B RARILHE Other diseases Hypertonia

ZDMDEER BERE/T LTS RERE Other diseases Hypertrichosis

ZFDMDES ZEUBREEMBAE. Cantu®! Other diseases Hypertrichotic osteochondrodysplasia Cantu type
ZDMDEER BrUSF Y+ FiifE Other diseases Hypertriglyceridemia

ZFDMDES ShUTUEY FifE. —BELHR Other diseases Hypertriglyceridemia, transient infantile

ZDMDEER EAMEENE, REEELEERENE Other diseases Hypertrophic osteoarthropathy, primary, autosomal dominant
ZFDMDES BREBLE. ahEE. BFf2, 7LHh0—2R Other diseases Hyperuricemia, pulmonary hypertension, renal failure, and alkalosis
ZDMDEER RS FE S REEMEEBE 2 Other diseases Hyperuricemic nephropathy, familial juvenile, 2
ZotDEE BIREIE Other diseases Hyperventilation

ZDMDEER RiEtHER ) RE B MIE 1 Other diseases Hypobetalipoproteinemia, familial, 1

ZFDMDES EHIL T LME Other diseases Hypocalcemia

ZDMDEER EREEREEENIL S LME 1 Other diseases Hypocalcemia, autosomal dominant 1

ZFDMDES bartter SEIZB Z £ 5 B LB AEEEHIL D) LMSE 1 Other diseases Hypocalcemia, autosomal dominant 1, with bartter syndrome
ZDMDEER BHILS D LRI Other diseases Hypocalciuria

ZotDEE RIEHEDIL O LRESHIL S LMEIR Other diseases Hypocalciuric hypercalcemia, familial, type 1

ZDMDEER FEEEDILCDLRESHIL D D LlESER Other diseases Hypocalciuric hypercalcemia, familial, type Il

ZFDMDES BB RRAE Other diseases Hypochondroplasia

ZDMDEER B74 7Y /=45l Other diseases Hypofibrinogenemia

ZotDEE B Other diseases Hypoglycemia

ZTOMhDEE BT R A S MR AEE T Other diseases Hypogonadism with anosmia

ZFDHDES B4 F rOE SR AR T 1, +/- IR IR E Other diseases Hypogonadotropic hypogonadism 1 with or without anosmia (Kallmann syndrome 1)
ZTohDEE BOF P rOE MR AE TE 1 1,+/- IR /15 Other diseases Hypogonadotropic hypogonadism 11 with or without anosmia
ZFDMDES SIS FrOEUHEIREEEETE1 4,+/- BREEFE/RE Other diseases Hypogonadotropic hypogonadism 14 with or without anosmia
ZTOhDEE B FrOE MR TE 2 +/- SR B E/IRE K Other diseases Hypogonadotropic hypogonadism 2 with or without anosmia
ZOtDEE BIF FrOEUHEIRESEEETE 2 4, EREE/MREEREEDLLY  [Other diseases Hypogonadotropic hypogonadism 24 without anosmia

T D DEE BEIFFrOEEERBEE TE 4 +/- FREE/ R H% Other diseases Hypogonadotropic hypogonadism 4 with or without anosmia
FDDEE EOFFrOE R EE TE 5 ,+/ MR EE/RE L Other diseases Hypogonadotropic hypogonadism 5 with or without anosmia
T D DEE B FrOEEERAE TE 6 ,+/-FREE/REH% Other diseases Hypogonadotropic hypogonadism 6 with or without anosmia
ZFDHDEE EOFF bOE R TE 7, +/ RREE/RE K Other diseases Hypogonadotropic hypogonadism 7 with or without anosmia
ZFDHDES DIFE Other diseases Hypohidrosis

ZDtDES XD TN ERRE Other diseases Hypohidrotic X-linked ectodermal dysplasia

T D DEE MRIIZ & B i A B DIEREEL Other diseases Hypointensity of cerebral white matter on MRI
ZDtDES &A1) o Lt B 5 1 PR R AR 1 Other diseases Hypokalemic periodic paralysis 1

ZFDHDES {EH 1 vy L it B AR 1 U B R 2 Other diseases Hypokalemic periodic paralysis, type 2

ZDtDES BT LMET. B Other diseases Hypomagnesemia 1, intestinal

T D DEE BT rLy LMmiES - Bl BRELE Other diseases Hypomagnesemia 5, renal, with ocular involvement
ZDtDES BT LMAE 1 - FiE, BHER Other diseases Hypomagnesemia, seizures, and mental retardation 1
ZFDHDES KB BEMETLE3 Other diseases Hypomyelinating leukodystrophy 3

ZDtDES KB ERRTSET Other diseases Hypomyelinating leukodystrophy 7

ZOMOESR KB BERRR 25 Other diseases :\\l/ss:j\:]eal(i;:;:ng leukodystrophy 8, with or without oligodontia and/or hypogonadotropic
ZFDHDES BEREIE LA REBARE Other diseases Hypomyelination and Congenital Cataract

ZDtDES it - FUORE L TREMEE S BFREIL Other diseases Hypomyelination with brainstem and spinal cord involvement and leg spasticity
ZFDHDES BEREE. KROSEMAIEREEL Other diseases Hypomyelination, global cerebral

ZDtDES BIFRARMSEEIE T - SEERZEDEN - ERMRIERE Other diseases Hypoparathyroidism-retardation-dysmorphism syndrome
ZFDHDES BIFRARMEEEIE T - 85 - BIAEER Other diseases Hypoparathyroidism, deafness, renal disease syndrome
ZDtDES BRR 77 2 —CMJE - BEHKE Other diseases Hypophosphatasia, perinatal lethal

ZFDHDES &) e Other diseases Hypophosphatemia

ZTDHMDEE B mtt< 3% Other diseases Hypophosphatemic rickets
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ZDtDEE 1B mtE< 59 - @S ST Other diseases Hypophosphatemic rickets, X-linked recessive

FDMDES REDBRERE Other diseases Hypopigmentation of the skin

ZDtDEE BFRLE - NBIEX - B8EK - ZEDEN Other diseases Hypopigmentation, organomegaly, and delayed myelination and development
FDHDES LEEBDIERK Other diseases Hypoplasia of the maxilla

ZDtDES Kipi B DIEREL Other diseases Hypoplasia of the pons

ZDMDER IFAINBERRTLE - TPBKAE - STRERE Other diseases Hypoplastic enamel-onycholysis-hypohidrosis syndrome

ZDtDES BEDERR Other diseases Hypoplastic hippocampus

ZOthDEE g;;&; URBEME. THY EYA F—2 R, MREREE. # Other diseases Hypoprebetalipoproteinemia, acanthocytosis, retinitis pigmentosa, and pallidal degeneration
ZDMDER FRIETH 1LGEHNE Other diseases Hypospadias 1, X-linked

ZDtDES RETH. BE Other diseases Hypospadias, penile

ZDMDER [roidi:3lin Other diseases Hypotelorism

ZDtDES FRIRHE REE TIE Other diseases Hypothyroidism

ZDMDEER FRIRIEEIE T, b, BROEXE Other diseases Hypothyroidism, central, and testicular enlargement

ZDtDES SR P AR R K TAE, JE R ARBRAEE 1 Other diseases Hypothyroidism, congenital, nongoitrous, 1

ZDMDEER SR AR BEE TAE, JE FRARARAEME 2 Other diseases Hypothyroidism, congenital, nongoitrous, 2

ZDtDES SR PARIRHE AR T, JE R RIREME 6 Other diseases Hypothyroidism, congenital, nongoitrous, 6

ZDMDER SR FARBR I REE TAE, JE R ARARAEME 7 Other diseases Hypothyroidism, congenital, nongoitrous, 7

ZDtDES SR KR AR 1K T e, 3F FARARAE T 8 Other diseases Hypothyroidism, congenital, nongoitrous, 8

ZDMDER BHRRET, IR BHENRKEE T HEER Other diseases Hypotonia-speech impairment-severe cognitive delay syndrome
ZDtDES B ERARIE T E Bk - =B AR AR B Other diseases Hypotonia, ataxia, and delayed development syndrome

ZTohDEE BERIRIET, FLIR- R BB R B E- R R AR 1 Other diseases Hypotonia, infantile, with psychomotor retardation and characteristic facies 1
ZOMNEE BRI T, SR BB B FE BN R Other diseases Hypotonia, infantile, with psychomotor retardation and characteristic facies 2
ZTohDEE BERIRIET, FLIE-BMERRFRT-HRER 3 Other diseases Hypotonia, infantile, with psychomotor retardation and characteristic facies 3
ZTDHDEE ZEEL Other diseases Hypotrichosis 14

ZDMDER Z EAE+C32747 Other diseases Hypotrichosis 7

ZDtDES Bt EEARE Other diseases Hypotrichosis simplex

ZDMDER BEEFE S HystrixBR A B Other diseases Hystrix-like ichthyosis with deafness

TDHDEE T— A U REKE M AR Other diseases Ichthyosis bullosa of Siemens

ZDMDEER FIBE T A Other diseases Ichthyosis exfoliativa

ZDMDES KRR ABEEIRE Other diseases Ichthyosis prematurity syndrome

ZDtDEE SEHABE Other diseases Ichthyosis vulgaris

ZDMDEE REFIEEBAILESHES ANt Al Other diseases Ichthyosis, cyclic, with epidermolytic hyperkeratosis

ZDMDER R, MR, RBEER Other diseases Ichthyosis, spastic quadriplegia, and mental retardation

ZDMDEE R REEZARIE 1 Other diseases Idiopathic basal ganglia calcification 1

ZDMDEER FRMEAMEREZARIES Other diseases Idiopathic basal ganglia calcification 5

ZTDHDEE R REIRIRAE Other diseases Idiopathic bronchiectasis

ZDMDEER SR IEER AN Y Other diseases Idiopathic camptocormia

ZDMDES FRMESRTADA Other diseases Idiopathic generalized epilepsy

ZDtDEE FRER 7 O—EERE Other diseases Idiopathic nephrotic syndrome

ZDMDEE SR IERMEE Other diseases Idiopathic Pulmonary Fibrosis

ZDMDEER IFAPSE R B2 Other diseases IFAP syndrome 2

ZOMHDESE \FAPSE {3:8¥,+/-BRESHECKYE {& 3% Other diseases IFAP syndrome with or without BRESHECK syndrome

ZDtDEE IL21R REFLIE Other diseases 1L21R immunodeficiency

ZDMDES SR FERE Other diseases Matsumoto syndrome

ZDMDER Imerslund-GrasbecksiE & B¢ Other diseases Imerslund-Grv§sbeck syndrome

FDMDEE Imerslund-GrasbeckiE & Ef1 Other diseases Imerslund-Grv§sbeck syndrome 1

ZDMDER 12/ VR Other diseases Iminoglycinuria

FDMDEE GEREEE-RENSRSR- R RE R LEERE Other diseases Immune dysregulation-inflammatory bowel disease-arthritis-recurrent infections syndrome
ZDMDEER REFL1L Other diseases Immunodeficiency 11

ZDMDEE Other diseases Immunodeficiency 11b with atopic dermatitis

ZDMDEER Other diseases Immunodeficiency 12

ZDMDES Other diseases Immunodeficiency 14

ZDMDER Other diseases Immunodeficiency 15

ZDMDES Other diseases Immunodeficiency 15a

ZDMDER Other diseases Immunodeficiency 17

ZotDEE Other diseases Immunodeficiency 18

ZDMDEER Other diseases Immunodeficiency 19

ZotDEE Other diseases Immunodeficiency 22

ZDMDER Other diseases Immunodeficiency 23

ZotDEE Other diseases Immunodeficiency 24

ZDMDEER Other diseases Immunodeficiency 27A

ZDtDEE Other diseases Immunodeficiency 28

ZDMDEER REFE29 Other diseases Immunodeficiency 29

ZFDMDES HETFL30 Other diseases Immunodeficiency 30

ZDMDEER REFL31a Other diseases Immunodeficiency 31a

ZFDMDES SETFL31c Other diseases Immunodeficiency 31C

ZDMDEER RIEFL35 Other diseases Immunodeficiency 35

ZFDMDES SETL36 Other diseases Immunodeficiency 36

ZDMDEER REFL40 Other diseases Immunodeficiency 40

ZDtDEE RETL42 Other diseases Immunodeficiency 42

ZDMDEER RETL44 Other diseases Immunodeficiency 44

ZFDMDES SETFL50 Other diseases Immunodeficiency 50

ZDMDEER REFL5] Other diseases Immunodeficiency 51

ZFDMDES £52 Other diseases Immunodeficiency 52

ZDMDEER REFL67 Other diseases Immunodeficiency 67

ZFDMDES HERE S REFER Other diseases Immunodeficiency 72 with autoinflammation

ZDMDEER FhEROIEFEEMBE L ) VABRBEEES RERL73b Other diseases Immunodeficiency 73b with defective neutrophil chemotaxis and lymphopenia
ZotDEE WREMRD L ZRETE Other diseases Immunodeficiency due to a late component of complement deficiency
ZDMDEER REFEL - £ FOAFHEEOFREL - EREEERE Other diseases Immunodeficiency-centromeric instability-facial anomalies syndrome 1
ZotDEE RETL - L POATHEEOTREL - BRERAERE 2 Other diseases Immunodeficiency-centromeric instability-facial anomalies syndrome 2
ZDMDEER DETEEGETLET 2 Other diseases Immunodeficiency, common variable, 12

ZFDHDES SETFERNRERLAET S Other diseases Immunodeficiency, common variable, 13

ZTOtDEE XEEERBERE. TRV LRKME. Epstein-Barry A JLABF. B |Other diseases Immunodeficiency, X-Linked, with magnesium defect, Epstein-Barr virus infection, and neoplasia
ZDtDES RESOT) VARERE Other diseases Immunoglobulin A deficiency 2

ZFDHDES ADPDEEIC & 5 M/MRGEE Other diseases Impaired ADP-induced platelet aggregation

ZDtDES YR P EFUDEEICL S IU/MREE Other diseases Impaired ristocetin-induced platelet aggregation

ZFDHDES Other diseases Impaired use of nonverbal behaviors

ZTDMDEE Other diseases Impaired vibration sensation in the lower limbs

ZFDHDES i Other diseases Imperforate anus

ZDtDES Other diseases Inability to walk

ZFDHDES Other diseases Inappropriate sinus tachycardia

ZTDHMDEE Other diseases Inborn errors of metabolism

ZFDHDES RXMEBEEEES Other diseases Inborn genetic diseases

FDDESE HAKRSI ANF— - BEEENAC T v M - BTEERIEE Other diseases Inclusion body myopathy with early-onset Paget disease and frontotemporal dementia
ZOMDOER HAKS A NF— - BHISE ST v RS - BTEEHEIEE Other diseases chnec:es:)t?ablody myopathy with early-onset Paget disease with or without frontotemporal
ZOMDOER HAKS A NF— - BHISE ST v RS - BTEEHEIEE Other diseases Lnec::rt?a?dy myopathy with early-onset paget disease with or without frontotemporal
ZFDHDES BREAE Other diseases Incontinentia pigmenti syndrome

ZDtDES IgEED LR Other diseases Increased IgE level

ZFDHDES FHh/MREROEM Other diseases Increased mean platelet volume

ZDtDES FHAE S DM Other diseases Increased muscle fatiguability

ZDDEE FRREFHEQEM Other diseases Increased nuchal translucency

ZDtDES RRUREE. BEERSHE Other diseases Indifference to pain, congenital, autosomal recessive

ZFDHDES $hRESHBREESRE Other diseases Infantile axial hypotonia
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ZTothDEE IHRENE, KERE. VL5 I VBB, MNREEE Other diseases Infantile cataract, skin abnormalities, glutamate excess, and impaired intellectual development

ZDtDEE INRNHBRE ZE P Other diseases Infantile cerebellar-retinal degeneration

ZOtDEE PHRITVNAEBRFET T b—t Other diseases Infantile convulsions and choreoathetosis

ZDtDES %R REERIEEE Other diseases Infantile cortical hyperostosis

ZDMDER 418 BNAE Other diseases Infantile encephalopathy

ZDtDES HRTANA Other diseases Infantile epilepsy syndrome

ZDMDER R EHRR T 72 —HE Other diseases Infantile hypophosphatasia

ZOMDESR SRR T B SE DR AL SRR Other diseases Isl;f:;:::‘:ypotonia—oculomotor anomalies-hyperkinetic movements-developmental delay

ZDtDES INERFF SRR 1 Other diseases Infantile liver failure syndrome 1

ZDMDER INERFRLEIREE 2 Other diseases Infantile liver failure syndrome 2

ZDtDES INRERERIRIET Other diseases Infantile muscular hypotonia

ZDMDEER NE SR IEE Other diseases Infantile myofibromatosis

ZDtDES MR BB AE 2 Other diseases Infantile myofibromatosis 2

ZDMDEER INERDOVE Other diseases Infantile nephronophthisis

ZDtDES INEHREHER O FO T 4 — Other diseases Infantile neuroaxonal dystrophy

ZDMDER INRERIR, XEEHH Other diseases Infantile nystagmus, X-linked

ZDtDES AN BN K ERE Other diseases Infantile onset spinocerebellar ataxia

ZDMDER INR SR Other diseases Infantile spasms

ZoHDEE HiTteEEEEE RS, LR RES Other diseases Infantile-onset ascending hereditary spastic paralysis

ZDMDER THEE Other diseases Infertility

ZDtDES ZEMRT LBEIDNAIZHE S RIEE Other diseases Infertility associated with multi-tailed spermatozoa and excessive DNA

ZDMDER REMBEER25. BEEASH Other diseases Inflammatory bowel disease 25, autosomal recessive

ZDtDES REUBEE28, BEBERLH Other diseases Inflammatory bowel disease 28, autosomal recessive

ZDMDER BEZENT Other diseases Inguinal freckling

ZDtDES BEAL=T Other diseases Inguinal hernia

ZDMDER BEEEmERS, f/hRE Other diseases Inherited bleeding disorder, platelet-type

ZDtDES 1/ 0=) VBN BEER RIS Other diseases Inosine triphosphatase deficiency

ZDMDES THRAE Other diseases Insomnia

ZDHDEE A 2R VAR Other diseases Insulin resistance

ZDtDEE A VR ) UIRFEHERR S bt TRAEIREE Other diseases Insulin-dependent diabetes mellitus secretory diarrhea syndrome

ZDMDEE HMMFEERE6 0. KiE Other diseases Intellectual developmental disorder 60 with seizures

ZDMDER HMFEEERE 6 1 Other diseases Intellectual developmental disorder 61

ZOMDEE HMMREEE, KIS K O E S HEIREE T Other diseases INTELLECTUAL DEVELOPMENTAL DISORDER AND HYPOGONADOTROPIC HYPOGONADISM

ZDtDEE SNAFEREE. IDDRP Other diseases Intellectual developmental disorder and retinitis pigmentosa; IDDRP

ZOMDOESR HEREEE. SEMEY. SEEE, 5 Other diseases Iszti:lljlf::ual developmental disorder with autistic features and language delay, with or without

ZOMDOESR HMMREEE. FORY. BEEEENE. +/ RE Other diseases InFeIIectu?I develo‘pmental disorder with behavioral abnormalities and craniofacial dysmorphism
with or without seizures

ZDMDEE MNMFEERE, TR Other diseases Intellectual developmental disorder with cardiac arrhythmia

ZDMDEER MMEERE EHEES - R TEE Other diseases Intellectual developmental disorder with dysmorphic facies and ptosis

ZotDEE MR ERE RMER. RiE BAORER Other diseases Intellectual developmental disorder with dysmorphic facies, seizures, and distal limb anomalies

FDMDEE HMMEERE BEBES, SV EERE Other diseases Intellectual developmental disorder with gastrointestinal difficulties and high pain threshold

ZDMDER MMEERE HRERETTHERE Other diseases Intellectual developmental disorder with hypotonia and behavioral abnormalities

FDMDEE AR ERE BEEE. HE. BEE Other diseases Intellectual developmental disorder with macrocephaly, seizures, and speech delay

ZDMDER MMEREEE., FEESXIROT7. Other diseases Intellectual developmental disorder with paroxysmal dyskinesia or seizures

FDMDESE ANEFERE BRRANESOECDEE Other diseases Intellectual developmental disorder with persistence of fetal hemoglobin

ZDMDEER pail:okiped i FiE, SEEE Other diseases Intellectual developmental disorder with seizures and language delay

FDMDEE HMMEERE. SEEESMEERESRES Other diseases Intellectual developmental disorder with speech delay and axonal peripheral neuropathy

ZDMDEER HREE Other diseases Intellectual disability

ZDMDES | AR E — B NS R PR 1 S E AR Other diseases Intellectual disability-cataracts-calcified pinnae-myopathy syndrome

ZDMDER A RE Other diseases Intellectual disability, autosomal dominant 50

FDMDEE BEEKE Other diseases Intellectual disability, autosomal dominant 57

ZDthDEE BREHE Other diseases Intellectual disability, autosomal dominant 9

ZFDMDES EEEHES Other diseases Intellectual disability, autosomal recessive 61

ZDtDES SN Other diseases Intellectual disability, autosomal recessive 66

ZotDEE BEANNEE Other diseases Intellectual disability, mild

ZDMDER TEEMMES Other diseases Intellectual disability, moderate

ZFDMDES BEMMES Other diseases Intellectual disability, severe

ZDMDEER SNMREE 21, xEHEM Other diseases Intellectual disability, X-linked 21

ZDtDEE HEREE ., B, Turner®! Other diseases Intellectual disability, X-linked syndromic, Turner type

ZDMDEER SNMPEE. XESHM. HougeR! Other diseases Intellectual disability, X-linked, syndromic, Houge type

ZOMNEE TR Other diseases Intention tremor

ZDMDEER FEMEREES Other diseases Interictal EEG abnormality

ZotDEE A 2B —04 X 2R B KaD RIBIE Other diseases Interleukin 2 receptor, alpha, deficiency of

ZDMDEER BB M RE Other diseases Interstitial lung and liver disease

ZFDMDES RXMUMEEMESR., R 70— UREEE. REKBEE Other diseases Interstitial lung disease, nephrotic syndrome, and epidermolysis bullosa, congenital

ZDMDEER PRIBE R BT 2 Other diseases Interstitial nephritis, karyomegalic

ZDtDEE R P 2% Other diseases Interstitial pneumonitis

ZDMDEER MEEHMES Other diseases Interstitial pulmonary abnormality

ZOMNEE HRREE Other diseases Intervertebral disc disorder

ZDMDEER HIEBEEHEE Other diseases Intestinal duplication

ZOMNEE BB Other diseases Intestinal obstruction

ZDMDEER BIEBEAZE, MM, 1SR, XEHENE Other diseases Intestinal pseudoobstruction, neuronal, chronic idiopathic, X-linked

ZFDMDES fid PR fid 22 FE BR R PR A Other diseases Intracerebral periventricular calcifications

ZDMDEER AFRREH 5 o5 Other diseases Intrahepatic Cholestasis

ZOMOESR FENREEE. BREBRK. ARHITERR. SRERE Other diseases Igr;tr:iall;tlearri‘r;;garlti)ev:th retardation, metaphyseal dysplasia, adrenal hypoplasia congenita, and

ZotDEE i ZE P Other diseases Intraventricular hemorrhage

ZDMDEER NENERRIER Other diseases Intrinsic factor deficiency

ZFDHDES A— FFOVILESRIG Other diseases lodotyrosyl coupling defect

ZDtDES NEAEHRERE Other diseases Irido-corneo-trabecular dysgenesis

ZOMHDEE R RIE Other diseases Iris coloboma

ZTDMDEE HHRER Other diseases Iris transillumination defect

T D DEE B~ DD ETE Other diseases Iron accumulation in brain

ZDtDES SRMHCAMES R Z A M Other diseases Iron-refractory iron deficiency anemia

ZFDHDES EMMERE A~ DESZMYE Other diseases Ischemic stroke, susceptibility to

ZOMHNES SRR IEE Other diseases Islet cell adenomatosis

ZFDHDES FSL 4 AR BRE -/ NR BRSE AE IR BE Other diseases Isolated anophthalmia-microphthalmia syndrome

ZDtDES MM ERMEEDT S K hOE U MHIRESEETE Other diseases Isolated congenital hypogonadotropic hypogonadism

ZFDHDES ML R BIK&IE Other diseases Isolated ectopia lentis

ZDtDES I HERERIVE D RZE 4B Other diseases Isolated growth hormone deficiency, type 4

ZFDHDES Lt BRI B RRIBE Other diseases Isolated sulfite oxidase deficiency

ZDtDES A YL Y I-CoOATE FOFF—ERIEE Other diseases Isovaleryl-CoA dehydrogenase deficiency

ZFDHDES Jaberi-Elahi SEIREE Other diseases Jaberi-Elahi syndrome

ZDMDEER Jackson-Weiss fE{REE Other diseases Jackson-Weiss syndrome

ZFDHDES JalilifE R B Other diseases Jalili syndrome

ZTDHDEE HE Other diseases Jaundice

ZFDHDES Jervell and Lange-Nielsen JE{&EE Other diseases Jervell and Lange-Nielsen syndrome

ZDMDEE Jervell and Lange-Nielsen JE{&EEE 1 Other diseases Jervell and Lange-Nielsen syndrome 1

ZFDHDES Jeune IERCA FO D 4 — Other diseases Jeune thoracic dystrophy

ZDMDEE Johanson-Blizzard JE &R Other diseases Johanson-Blizzard syndrome

ZOMDEE B i RS E3 Other diseases Joint dislocation

ZDtDES BAEi D BEEhTE Other diseases Joint hyperflexibility

ZFDHDES BAEAGthRE Other diseases Joint laxity
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ZDtDEE BIEREAR Other diseases Joint swelling

FDMDES O aR—)LEEIREL Other diseases Joubert syndrome 1

FDDESE U2 R—)LERE10 Other diseases Joubert syndrome 10

FDHDES U aR—)LEEIRE13 Other diseases Joubert syndrome 13

FDDESE U aR—)LEREL14 Other diseases Joubert syndrome 14

ZDMDER D aR—)LERELS Other diseases Joubert syndrome 15

FDMDESE U2 R—)LEIREEL6 Other diseases Joubert syndrome 16

ZDMDER D aR—)LERELT Other diseases Joubert syndrome 17

FDMDESE U2 R—)LEIREE18 Other diseases Joubert syndrome 18

ZDMDER a2 RN—)LEEIRE2 Other diseases Joubert syndrome 2

FDMDESE a2 N—)LEIREE20 Other diseases Joubert syndrome 20

ZDMDER 2 N—)LEIREE21 Other diseases Joubert syndrome 21

FDMDESE U2 R—)LEIREE23 Other diseases Joubert syndrome 23

ZDMDEER T aRN—LAEIREE24 Other diseases Joubert syndrome 24

FDMDESE D2 R— LEIREE25 Other diseases Joubert syndrome 25

ZDMDEER T aR—)LEfRE 26 Other diseases Joubert syndrome 26

FDDEE U2 R— )LEIREE27 Other diseases Joubert syndrome 27

ZDMDER 2 N— )LEREE28 Other diseases Joubert syndrome 28

ZDtDES N—)UREAREE3 Other diseases Joubert syndrome 3

ZDMDER D aR—)LERE3L Other diseases Joubert syndrome 31

FDMDESE U2 R— )LEIREE33 Other diseases Joubert syndrome 33

ZDMDER T aR—)LEIRE37 Other diseases Joubert syndrome 37

FDMDESE D aR—)LEIRES Other diseases Joubert syndrome 4

ZDMDER < a2 RN— )LEEIREES Other diseases Joubert syndrome 5

FDMDESE U aR—)LiEIRE6 Other diseases Joubert syndrome 6

ZDMDER S aRN— )LEEIREE7 Other diseases Joubert syndrome 7

FDMDESE U aR—)LEIRES Other diseases Joubert syndrome 8

ZDMDER a2 RN— )LEEIRE9 Other diseases Joubert syndrome 9

ZDtDES EEEHEREKEE Other diseases Junctional epidermolysis bullosa
ZDMDEER Herlitz D EEE S B R EKBERE Other diseases Junctional epidermolysis bullosa gravis of Herlitz
FDMDEE EARRKRKBRE. EHerlitzE! Other diseases Junctional epidermolysis bullosa, non-Herlitz type
ZDMDES B E A RE L Other diseases Juvenile amyotrophic lateral sclerosis
ZTDMDEE LACCIRIBIC & B H4FMRIEI & Other diseases Juvenile arthritis due to defect in LACC1
ZDMDER EFHIA I/ 0—XRTANA Other diseases Juvenile myoclonic epilepsy
FDMDESE EEUES AN —, BE. BT F—J X, RKEH Other diseases Juvenile myopathy, encephalopathy, lactic acidosis AND stroke
ZDMDEER EFHBEMIAFUE Other diseases Juvenile nephropathic cystinosis
ZDMDES EEUEMBRILE Other diseases Juvenile osteochondrosis of spine
ZDMDES HEN REMAIRECE Other diseases Juvenile primary lateral sclerosis
ZTDMDEE HEN BESEE Other diseases Juvenile retinoschisis

ZDMDEER RELAEIREEL Other diseases Kabuki syndrome 1

ZDMDEE REEAEIREE Other diseases Kabuki syndrome 2

ZDMDEER Kahrizi fif (%8 Other diseases Kahrizi syndrome

FDMDEE Kallmann JE{&EE3 Other diseases Kallmann syndrome 3

ZDMDEER Kartagener SE{ZEE Other diseases Kartagener syndrome

FDMDEE KaufmanBREk 28 EE 15 B Other diseases Kaufman oculocerebrofacial syndrome
ZDMDER Kaya-Barakat-Massonfi & &% Other diseases Kaya-Barakat-Masson syndrome
ZDMDES NAY— - I54 v —t Other diseases Kayser-Fleischer ring

ZDtDEE KBGHEfR B Other diseases KBG syndrome

FDMDEE Keipert fE{REE Other diseases Keipert syndrome

ZDMDEER TRT A Other diseases Kennedy disease

FDMDEE Kenny-CaffeyfiE{EEf 2R Other diseases Kenny-Caffey syndrome type 2
ZDMDEER Keppen-LubinskyfiE {Z & Other diseases Keppen-Lubinsky syndrome
ZDMDES EEEEEEAER Other diseases Keratitis fugax hereditaria

AR - REERE - MRS (REE

Other diseases

chthyosis and deafness syndrome

ARt - AR - HISEIREE LA KEN Other diseases chthyosis-deafness syndrome, autosomal dominant

ZDthDEE BIEE AER Other diseases Keratitis, hereditary

ZFDMDES PERELEE S ARE Other diseases Keratoderma with scleroatrophy of the extremities

ZTOhDEE EaMALE Other diseases Keratosis follicularis

ZFDMDES BEEHRREASEAE, CEHEMYE Other diseases Keratosis follicularis spinulosa decalvans, X-linked

ZTohDEE SIKE A LE Other diseases Keratosis palmoplantaris striata Il

ZFDMDES KeutelfE & B Other diseases Keutel syndrome

ZDMDEER KindlerfE {2 Other diseases Kindler syndrome

ZFDMDES King DenboroughfE I& & Other diseases King Denborough syndrome

ZOMHNESR KINSSHIP S f&7¥ Other diseases KINSSHIP SYNDROME

ZFDMDES Kleefstra SE{ZEE 1 Other diseases Kleefstra syndrome 1

ZDMDEER Kleefstra IE{ZEE 2 Other diseases Kleefstra syndrome 2

ZFDMDES S wRIL - 77 A IVEIREE Other diseases Klippel-Feil syndrome

ZDMDEE Y yRIL - T AIVEIREE, BRERSHE Other diseases Klippel-Feil syndrome 2, autosomal recessive

FOtDEE RIVUIFANRF—LEEREESI V) YRV - T7 A IVEERE Other diseases Klippel-feil syndrome 4, autosomal recessive, with nemaline myopathy and facial dysmorphism

ZOMNEE ERBAERRLE Other diseases Knee dislocation

ZDMDEER Kniest B £ BRIE Other diseases Kniest dysplasia

ZotDEE Knobloch fE{ZEf 1 Other diseases Knobloch syndrome 1

ZDMDEER JERAENER, BHEE. JUH BBLE Other diseases Knuckle pads, deafness AND leukonychia syndrome

ZotDEE Kohlschutter-Tonz fiE{& B4k Other diseases Kohlschutter-Tonz syndrome-like

ZDMDEER Koolen-de Vries§iE {& & Other diseases Koolen-de Vries syndrome

ZFDMDES KostmannfE & EE Other diseases Kostmann syndrome

ZDMDEER Kufor-RakebfiE 1% & Other diseases Kufor-Rakeb syndrome

ZotDEE [E Other diseases Kyphosis

ZDtDES L-2-E RO XL 5 LB ILESREE Other diseases L-2-hydroxyglutaric aciduria

ZotDEE L1 EIREE Other diseases L1 syndrome

ZTOhDEE BT F—R Other diseases Lactic acidosis

T DEE d-ZLEE IS & B ELEARRIE Other diseases Lactic aciduria due to d-lactic acid

ZTDMDEE S745% Other diseases Lafora disease

ZFDHDES Lamb-shafferfE & & Other diseases Lamb-shaffer syndrome

ZDtDES ERABE Other diseases Lamellar ichthyosis

ZFDHDES z CBECRA AT 4 — Other diseases Laminin alpha 2-related dystrophy

ZDtDES S/ 18F— Other diseases Laminopathy

ZFDHDES Langer-Giedion SE{R B Other diseases Langer-Giedion syndrome

ZOMOESR CEERU/SHMIE - BAMSEIEE . +/ R Other diseases La.nguage de!ay and atten.tion deficit-hyperactivity disorder/cognitive impairment with or
without cardiac arrhythmia

ZDtDES z Other diseases Language impairment

ZFDHDES THRANGDHEELORELH Iz A—LEK Other diseases Large cafe-au-lait macules with irregular margins

ZDtDES AELGEREBREDH Other diseases Large congenital melanocytic nevus

ZFDHDES RIREEBE Other diseases Large for gestational age

ZDtDES SOVEMIEY T b FOEY RIS Other diseases Laron-type isolated somatotropin defect

ZFDHDES LarsenfiE{EEE Other diseases Larsen syndrome

ZDtDES WEBETUR RS AEIR B Other diseases Laryngo-onycho-cutaneous syndrome

ZFDHDES WEEESRALIE Other diseases Laryngomalacia

ZDtDES ERINEEBELOA FUKRIRF VILEE Other diseases Late-infantile neuronal ceroid lipofuscinosis

ZFDHDES EHEMEREEYE Other diseases Late-onset retinal degeneration

ZDtDES SMEIBERE AR AR B Other diseases Lateral meningocele syndrome

ZDDEE SYRTOSEE Other diseases Lathosterolosis

ZDtDES BFRABESA 0T 4 —1R Other diseases Lattice corneal dystrophy Type |

ZFDHDES O—L YR - L—UERE Other diseases Laurence-Moon syndrome

ZDtDES LCATRAESE Other diseases LCAT deficiency

ZFDHDES LeberE Xt EHNE Other diseases Leber congenital amaurosis
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ZFDMDEE LeberE RMEZME 1 0 Other diseases Leber congenital amaurosis 10
T DEE LeberE XM 1 1 Other diseases Leber congenital amaurosis 11
ZFDMDEE LeberE RMEZAE 1 4 Other diseases Leber congenital amaurosis 14
T DEE LeberEXERMEE 1 5 Other diseases Leber congenital amaurosis 15
FDMDEE LeberE X EHME 2 Other diseases Leber congenital amaurosis 2
ZDMDER LeberE X 2 AME 3 Other diseases Leber congenital amaurosis 3
FDMDEE LeberE XM ZHNEE 4 Other diseases Leber congenital amaurosis 4
ZDMDER LeberE Xt EHNE 6 Other diseases Leber congenital amaurosis 6
FDMDEE LeberE XM EHE 7 Other diseases Leber congenital amaurosis 7
ZDMDER LeberE XME EAME 8 Other diseases Leber congenital amaurosis 8
FDMDEE LeberE XM EHE 9 Other diseases Leber congenital amaurosis 9
ZDMDER EEUHEEMES Leber A REENE Other diseases Leber congenital amaurosis with early-onset deafness
ZDtDES Legius fEAREE Other diseases Legius syndrome
ZDMDEER Leigh fE{ZEE Other diseases Leigh syndrome
TDHDEE KRR E Other diseases Lens subluxation
ZDMDEER L VY INRERAEIRBE Other diseases Lenz microphthalmia syndrome
FDDEE L YTz IRAX—BEEERE Other diseases Lenz-Majewski hyperostosis syndrome
ZDMDER LEOPARD fEfREf1 Other diseases LEOPARD syndrome 1
TDHDEE LEOPARD JE{&#§2 Other diseases LEOPARD syndrome 2
ZDMDER LEOPARD fE{REE3 Other diseases LEOPARD syndrome 3
ZDtDES SRFEE Other diseases Leprechaunism syndrome
ZDMDER LIFURZEEITHETS Other diseases Leptin deficiency or dysfunction
FDMDEE Leri-Weil| B8 B BIE Other diseases Leri-Weill dyschondrosteosis
ZDMDER Lesch-Nyhan SE{ZEE Other diseases Lesch-Nyhan syndrome
ZDtDES B RS REEKEE Other diseases Lethal acantholytic epidermolysis bullosa
ZTohDEE R MRS & 4 5 BOLHRIET & Other diseases Lethal arthrogryposis with anterior horn cell disease
FDMDEE BOEM LR M I fEEIREE 1 Other diseases Lethal congenital contracture syndrome 1
ZDMDER Bt AR ERMEEIRE 7 Other diseases Lethal congenital contracture syndrome 7
FDMDEE BOEM AR IEERE S Other diseases Lethal congenital contracture syndrome 8
ZDMDEER BRI KnieestBRAE IR BE Other diseases Lethal Kniest-like syndrome
ZDMDES B SR BRAEIRER Other diseases Lethal multiple pterygium syndrome
ZDMDER BOLTER S B AE IR B Other diseases Lethal tight skin contracture syndrome
ZDMDEE BMEREEE TS Other diseases Leukocyte adhesion deficiency 1
ZDtDEE B Bk Other diseases Leukocyte adhesion deficiency type Il
FDMDEE BHMBREEE T LY Other diseases Leukocyte adhesion deficiency, type Il
ZDtDEE REBESA PO T 4 — Other diseases Leukodystrophy
ZDMDES BEECR FO 74—, BHMERK1O Other diseases Leukodystrophy, hypomyelinating, 10
ZDtDEE HREESR FOT 44—, BMIERAI 1 Other diseases Leukodystrophy, hypomyelinating, 11
ZDMDES BEECRA MO 74—, BMERKT 2 Other diseases Leukodystrophy, hypomyelinating, 12
ZDtDEE HEBESR FOT 44—, BEMERRI4 Other diseases Leukodystrophy, hypomyelinating, 14
ZDMDEE BEECRA MO 41—, BHERK16 Other diseases Leukodystrophy, hypomyelinating, 16
ZDthDEE REESR O T 4 —, BEMERR1 7 Other diseases Leukodystrophy, hypomyelinating, 17
ZDMDEE BEECRA MO 41—, BHMERK1S Other diseases Leukodystrophy, hypomyelinating, 18
ZOMDES BEESRA AT —, BESHERA 1O, —BHLHR Other diseases LEUKODYSTROPHY, HYPOMYELINATING, 19, TRANSIENT INFANTILE
ZDMDES BEECR hO T4 —, HHERK2 Other diseases Leukodystrophy, hypomyelinating, 2
ZDtDEE REBESA O T4 —, BEHIERK4 Other diseases Leukodystrophy, hypomyelinating, 4
ZDMDES BEECR FO T 41—, HHERKG6 Other diseases Leukodystrophy, hypomyelinating, 6
ZDtDEE REBESR FOT 41—, BEHIERK Other diseases Leukodystrophy, hypomyelinating, 9
FDMDEE EE) 45 BERE Other diseases Leukoencephalopathy with ataxia
ZDMDEER i3t - BHRESIBERBEZ S A ENAE Other diseases Leukoencephalopathy with brain stem and spinal cord involvement-high lactate syndrome
ZDMDEE CAMZTFEEHBBEEELE S AGRIE Other diseases Leukoencephalopathy with dystonia and motor neuropathy
ZDMDEER HEAMAEE 5 B ERNE Other diseases Leukoencephalopathy with vanishing white matter
ZDMDES BRI A RE. R Other diseases Leukoencephalopathy, brain calcifications, and cysts
ZDMDER B EE B, -BEE Other diseases Leukoencephalopathy, cystic, without megalencephaly
ZDMDES B ERE T, NETE Other diseases Leukoencephalopathy, progressive, with ovarian failure
ZDMDER Levy-Hollister fE{ZEE Other diseases Levy-Hollister syndrome
ZFDMDES L E—/IMEE Other diseases Lewy body dementia
ZDMDEER SA4T 4 v EMIERBELR Other diseases Leydig cell hypoplasia, type 1
ZDDEE LISy b -FasoRk Other diseases Lhermitte-Duclos disease
ZDtDES 1)+ 75 A= (Li-Fraumeni) fE{ZEE Other diseases Li-Fraumeni syndrome
ZFDMDES ) FIVAEIREE 1 Other diseases Liddle syndrome 1
ZDtDEE U FIVEEIRBE S Other diseases Liddle syndrome 3
ZFDMDES LigdfEIEEE Other diseases Ligd syndrome
ZDtDES kA Other diseases Limb pain
ZFDMDES BHERBHHET Other diseases Limb-girdle muscle k
ZDMDEER |BRHERH RO T — PR AT Y B UHECAR Other diseases Limb-girdle muscular dystrophy
ZFDMDES BHEGOA RO —SR O ) hUmaR Other diseases Limb-girdle muscular dystrophy-dystroglycanopathy, type C1
ZDMDEER |BRHRH RO T — PR AT B UHECE Other diseases Limb-girdle muscular dystrophy-dystroglycanopathy, type C2
ZFDMDES BHEGOA O —SR O ) hUmeE Other diseases Limb-girdle muscular dystrophy-dystroglycanopathy, type C3
ZDMDEER |BRHERH RO T — PR AT B UHECAR Other diseases Limb-girdle muscular dystrophy-dystroglycanopathy, type C4
ZFDMDES BHEHOA RO —JR OY ) hUReE Other diseases Limb-girdle muscular dystrophy-dystroglycanopathy, type C5
ZDMDEER |BRHRH RO T — PR AT Y B UHECOR Other diseases Limb-girdle muscular dystrophy-dystroglycanopathy, type C9
ZFDMDES BHEGOA 0T 4—, BRAEKRDH Other diseases Limb-girdle muscular dystrophy, autosomal recessive
ZDMDEER |BRERHOR O T 4 —1ER Other diseases Limb-girdle muscular dystrophy, type 1E
ZFDMDES BHEHOA 07— 1FR Other diseases Limb-girdle muscular dystrophy, type 1F
ZDMDEER |[BREREHOR O T 4 —2A% Other diseases Limb-girdle muscular dystrophy, type 2A
ZFDMDES BEAHORA O T —2)8 Other diseases Limb-girdle muscular dystrophy, type 2J
ZDMDEER |BREREHORA AT —2 LE Other diseases Limb-girdle muscular dystrophy, type 2L
ZFDMDES BHEHOA 0T 4—20F Other diseases Limb-girdle muscular dystrophy, type 2Q
ZDMDEER |BRERHOR O T 4 —25F Other diseases Limb-girdle muscular dystrophy, type 25
ZFDMDES EHROXXRERE E 4S5 BRIREIERIBE 1 Other diseases Linear skin defects with multiple congenital anomalies 1
ZDMDEER BEROAREEREE S RIREEREE 3 Other diseases Linear skin defects with multiple congenital anomalies 3
ZFDHDES YNR—ERZE, HER Other diseases Lipase deficiency, combined
ZTDHMDEE IEEEOE Other diseases Lipid proteinosis
SEL7E— 3 PN = = =
FODEKEE 7\6;5477_/ DRI LAF FERBRRIMES & SREARIES T Other diseases Lipid storage myopathy due to flavin adenine dinucleotide synthetase deficiency
ZFDHDES XM LBUKRSZA O T 4 —38 Other diseases Lipodystrophy, congenital generalized, type 3
ZDtDES EXMELBRVARSR O T 4 —4E Other diseases Lipodystrophy, congenital generalized, type 4
ZFDHDES EEPAYES: 1.5 Other diseases Lipoprotein glomerulopathy
ZDtDES URAIW SR T S5S—FIRIEE Other diseases Lipoyltransferase 1 deficiency
T D DEE EABZIN =321 Other diseases Lisch nodules
ZDtDES SBRNAE 2, BT Other diseases Lissencephaly 2, X-linked
ZFDHDES SERNAE 3 Other diseases Lissencephaly 3
ZDtDES SBRNAE 4 Other diseases Lissencephaly 4
ZFDHDES SERNAE 8 Other diseases Lissencephaly 8
ZTDHDEE LISIZER(C & B BINAE Other diseases Lissencephaly due to LIS1 mutation
ZFDHDES SERNAE GEETE Other diseases Lissencephaly, X-linked
ZTDHMDEE RS Other diseases Liver abscess
ZFDHDES PR B St R R KBE Other diseases Localized epidermolysis bullosa simplex
FDDESE O4 R T4—ViERE (LDS) Other diseases Loeys-Dietz syndrome
ZFDHDES O4R - T4—ViEEHE (LDS) 4 Other diseases Loeys-Dietz syndrome 4
ZDtDES OA4R-T4—ViEEEH (LDS) 5 Other diseases Loeys-Dietz syndrome 5
ZFDHDES RULWEDOE Other diseases Long eyelashes
ZDtDES EUVE Other diseases Long fingers
ZFDHDES EUVERER Other diseases Long palpebral fissure
ZDtDES EULWAF Other diseases Long philtrum
ZFDHDES QTEERERES Other diseases Long QT syndrome 8
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ZDtDEE QTEERIEZE9 Other diseases Long QT syndrome 9
FDMDES RULEE Other diseases Long toe
ZDtDEE FHH3-E FOX 7 Y IL-CoAlKRBER RIBE Other diseases Long-chain 3-hydroxyacyl-CoA dehydrogenase deficiency
FDHDES B7ILHIUEIAR T 7HE—F Other diseases Low alkaline phosphatase
ZTDHDEE EVREEEER Other diseases Low anterior hairline
ZDMDER 18" VR EREB R AE Other diseases Low phospholipid associated cholelithiasis
ZTDHDEE HREARERIRIE LT Other diseases Low posterior hairline
ZDMDER ENFEEAR Other diseases Low-molecular-weight proteinuria
ZDtDES HBHICENEN, A Other diseases Low-set, posteriorly rotated ears
ZDMDER O fEREE Other diseases Lowe syndrome
ZDtDES TR EMRE Other diseases Lower limb amyotrophy
ZTohDEE TEREF NET Other diseases Lower limb muscle weakness
ZDtDES ThRE Other diseases Lower limb pain
ZDMDEER T HBAEAE Other diseases Lower limb spasticity
ZDtDES THERT2 Other diseases Lower limb undergrowth
ZDMDEER Lowry-WoodfiE & & Other diseases Lowry-Wood syndrome
FDDEE Lucey-Driscoll FE{ZEE Other diseases Lucey-Driscoll syndrome
ZDMDER EHBEIE Other diseases Lumbar hyperlordosis
ZDtDES MHOLF/ 4 FIES Other diseases Lung carcinoid tumor
ZDMDER kR, RETFS., LOKUMNERE Other diseases Lung disease, immur iciency, and chr breakage syndrome
FDMDEE Luscan-lumish SE{REE Other diseases Luscan-lumish syndrome
ZDMDER 1 I EifERR Other diseases Lymphadenopathy
ZDtDES U INERIEE Other diseases Lymphangiomyomatosi:
ZDMDER 1 2 ISERBAME Other diseases Lymphopenia
ZDtDES TR R Other diseases Lymphoproliferative disorder
ZDMDER U o \EREAEIREE 1 XGEEN Other diseases Lymphoproliferative syndrome 1, X-linked
ZDtDES \) 2 \IETEAEIREE 2 Other diseases Lymphoproliferative syndrome 2
ZDMDER U o \EREAEIREE 2 . XEEY Other diseases Lymphoproliferative syndrome 2, X-linked
ZDtDES ) U FREIREE Other diseases Lynch syndrome |
ZDMDEER O FREREE Other diseases Lynch syndrome Il
ZDMDES Y O UREEBTTE Other diseases Lysinuric protein intolerance
ZDtDEE YV — LY /S—ERIBE Other diseases Lysosomal acid lipase deficiency
ZDMDEE BB Other diseases Macrocephalus
ZDtDEE HAEROBEE Other diseases Macrocephaly at birth
ZotDEE REEfE. BRMEBIHIMEM L HHULER Other diseases Macrocephaly with multiple epiphyseal dysplasia and distinctive facies
ZDMDEER ABBfE, BREfE. KRISHEE, BEAIZEE Other diseases Macrocephaly, alopecia, cutis laxa, and scoliosis
ZDMDES KIBfE. EMER. BHEEhER Other diseases Macrocephaly, dysmorphic facies, and psychomotor retardation
ZDMDEER B8 - BFARESEIREE Other diseases Macrocephaly/autism syndrome
ZDMDES KEKMEE M Other diseases Macrocytic anemia
ZDMDEER T EEE Other diseases Macrodactyly of toe
ZDMDEE EEE Other diseases Macroglossia
ZOMDESR 4 OMMEFADE - BRI AL+ B . RS Other diseases rV\]/Laazlzji'sltihlroos;nl:rocytopenia and granulocyte inclusions with or without nephritis or sensorineural
ZOhDEE AE Other diseases Macrotia
ZDMDES BERAES A rO T4 — Other diseases Macular corneal dystrophy
ZDMDER BEREMNE Other diseases Macular degeneration
ZDMDES NEA—UBBERCA RO T 4—1 Other diseases Macular dystrophy, patterned, 1
ZDMDER IR BB MEAES Other diseases Macular dystrophy, vitelliform, 5
ZDMDEE BB R M, KA FSE Other diseases Macular dystrophy, vitelliform, adult-onset
ZDthDEE Majeed i {& B Other diseases Majeed syndrome
ZDMDEE BUHTIEE Other diseases Male infertility
ZTODEE BBGFRALRICL D BRTEE-IRBTRIELE S BUETRIAE |Other diseases Male infertility with azoospermia or oligozoospermia due to single gene mutation
ZDtDEE LAt hEEEEA YA S—ERIEBE Other diseases Maleylacetoacetate isomerase deficiency
ZTDMDEE BHEXBHEY Other diseases Malignant Colorectal I
ZDMDER EUSHR~AORZMHE 1 Other diseases Malignant hyperthermia, susceptibility to, 1
ZFDMDES BER~OBEZEE 5 Other diseases Malignant hyperthermia, susceptibility to, 5
ZDMDEER EMBEEESRELZESILRTANA Other diseases Malignant migrating partial seizures of infancy
ZFDMDES BHFEADHEY Other diseases Malignant neoplasm of body of uterus
ET > g 55 —
ZTOMDEE ;;;E RIERAL. $HE. TAYo04 FORBL YRV EAT—ER Other diseases Mandibular hypoplasia, deafness, progeroid features, and lipodystrophy syndrome
ZDMDEER B ERBAEAR 4 S5 FRLMERSE Other diseases Mandibuloacral dysplasia with type A lipodystrophy
ZDtDEE BRI RRIEERR 14 5 FER L IAEIRE Other diseases Mandibuloacral dysplasia with type B lipodystrophy
ZDMDEER INBBSEE S THRERESE Other diseases Mandibulofacial dysostosis-microcephaly syndrome
ZFDMDES Y/ —AREEAERERE Other diseases Mannose-binding protein deficiency
ZDMDEER A—TLs oy TREIAR Other diseases Maple syrup urine disease type 1A
ZFDMDES A =T oy FRE 18R Other diseases Maple syrup urine disease type 1B
ZDMDEER A—TLoy TRE2R Other diseases Maple syrup urine disease type 2
ZFDMDES A—=TLoy TRESE Other diseases Maple syrup urine disease, type 3
ZOMHNESR MARBACH-RUSTAD & 2 14 fiF {& % Other diseases MARBACH-RUSTAD PROGEROID SYNDROME
ZDtDEE Marden-WalkerfiE /& Other diseases Marden-Walker syndrome
ZDMDEER VI 7 UIBEREERE Other diseases Marfan lipodystrophy syndrome
ZFDMDES FER VD 7 UERE Other diseases Marfan syndrome, neonatal
ZDMDEER Marinesco-SjogrendiE {& & Other diseases Marinesco-Sjvogren syndrome
ZFDMDES Marshall fE &2 Other diseases Marshall syndrome
ZDMDEER Marshall-Smith JE &2 Other diseases Marshall-Smith syndrome
ZDHDESE MASAJE % 8 Other diseases MASA syndrome
ZTOhDEE {REHRERTR Other diseases Mask-like facies
ZFDMDES <R MEEE Other diseases Mast syndrome
ZDMDEER BHAS M fE Other diseases Maternal hypertension
ZotDEE Iia— -y FAEEE Other diseases Matthew-Wood syndrome
ZDMDEER EEE ORI RERERR Other diseases Maturity onset diabetes mellitus in young
ZFDHDES EEEORRYRERERRIE Other diseases Maturity-onset diabetes of the young type 4
ZDtDES EEE ORI R E R RS E Other diseases Maturity-onset diabetes of the young type 8
ZFDHDES EEE QRS RELIE Other diseases Maturity-onset diabetes of the young, type 1
ZDtDES EEEORAARERRZFLI0E Other diseases Maturity-onset diabetes of the young, type 10
ZFDHDES EEE DR R R R Other diseases Maturity-onset diabetes of the young, type 13
ZDtDES EEED B S R 2 B Other diseases Maturity-onset diabetes of the young, type 2
ZDDEE )Ty ERRE Other diseases Mauriac syndrome
ZDMDEE Mayer-Rokitansky-Kuster-Hauser iE{Z B Other diseases Mayer-Rokitansky-Kuster-Hauser syndrome
ZFDHDES McCune-Albright iEIR B Other diseases McCune-Albright syndrome
ZDMDEE McKusick-Kaufman3E & B Other diseases McKusick-Kaufman syndrome
ZFDHDES Meacham{iEf& & Other diseases Meacham syndrome
ZDtDES Ay 7 VEEIREE LR Other diseases Meckel syndrome type 1
ZFDHDES AT IVERER TR Other diseases Meckel syndrome type 7
ZDtDES Ay 7 VREIREES R Other diseases Meckel syndrome type 8
ZFDHDES A VIEIRER Other diseases Meckel syndrome, type 2
ZDtDES Ay 7 VEEIREES R Other diseases Meckel syndrome, type 3
ZFDHDES A VIEIRER4R Other diseases Meckel syndrome, type 4
ZDtDES Ay 7 )VEEIREEORY Other diseases Meckel syndrome, type 9
ZFDHDES AU - T —\—ERE Other diseases Meckel-Gruber syndrome
ZTDHMDEE BEEALHIR Other diseases Meconium ileus
ZDDEE EROEHR Other diseases Median cleft lip
ZDtDES 7 UIIL-OI YA LATE KOS F—ERIBE Other diseases Medium-chain acyl-coenzyme A dehydrogenase deficiency
ZFDHDES HEEEE Other diseases Medullary cystic kidney disease 1
ZDtDES S—AXVAECAFOT4—1 Other diseases Meesmann corneal dystrophy 1
ZDDEE S—AYVAESZAFOT—2 Other diseases ! \ corneal dystrophy 2
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ZFDMDEE INBERS R & RE R F 155 EXAEEIRE Other diseases Mega-corpus-callosum syndrome with cerebellar hypoplasia and cortical malformations
FDMDES AHIAZTFLRERMEHCA O T4 — Other diseases Megaconial type congenital muscular dystrophy

ZDtDEE EXERENMEBBERHTLE 2 Other diseases Megacystis-microcolon-intestinal hypoperistalsis syndrome 2
FDHDES RETERE S BEXRNEN D EKE Other diseases Megalencephalic leukoencephalopathy with subcortical cysts
ZDtDESE RETHEAZ ¢ 5 B AREY B BERNE 1 Other diseases Megalencephalic leukoencephalopathy with subcortical cysts 1
ZDMDER RETERE S B RRNAEY D ENE 2a Other diseases Megalencephalic leukoencephalopathy with subcortical cysts 2a
ZOMDESR BRETEME LS EARENE O ERE 2b. F5% BT/ e Other diseases rl\v:leeﬁilllerr\ecteaprr(;e;ltiicol:ukoencephalopathy with subcortical cysts 2b, remitting, with or without
ZoHDEE B KhfE-E M E 5 -S /MK E AEIREE Other diseases Megalencephaly-capillary malformation-polymicrogyria syndrome
ZDMDER E5EfE- B IR E-% /I i B fiE - K BEAESE IR B 1 Other diseases Megalencephaly-polymicrogyria-polydactyly-hydrocephalus syndrome 1
FDMDEE E % 15 E-% /) i B 5iE - Other diseases Megalencephaly-polymicrogyria-polydactyly-hydrocephalus syndrome 2
ZDMDER E5EfE- B $EAE-% /MK (B fiE - K BB AESE % B 3 Other diseases Megalencephaly-polymicrogyria-polydactyly-hydrocephalus syndrome 3
TDHDESE R E KBNS KNE Other diseases Megalencephaly, autosomal dominant

ZOthDEE ERFHMEEMN. F7 I URGHE. BRE. RS8R Other diseases Megaloblastic anemia, thiamine-responsive, with diabetes mellitus and sensorineural deafness
ZDMDEER EXAE Other diseases Megalocornea

ZOMNES MEHMOZE (&5 Other diseases MEHMO syndrome

ZDMDER Meier-Gorlinfi {& & Other diseases Meier-Gorlin syndrome

FDMDEE Meier-GorlinfE{ZEf 1 Other diseases Meier-Gorlin syndrome 1

ZDMDER Melnick-Fraser E{&E Other diseases Melnick-Fraser syndrome

FDMDEE Melnick-NeedlesfiE {& & Other diseases Melnick-Needles syndrome

ZTohDEE YR B Other diseases Melorheostosis

ZDtDES REEE Other diseases Memory impairment

ZDMDER MEND fEIRRE Other diseases MEND syndrome

ZTDHDEE AZI—ILIR Other diseases Meniere disease

ZDMDER BhRERE Other diseases Meningioma

ZDtDES RIiEEHIEE Other diseases Meningioma, familial

ZDMDER Menke-Hennekam JE{&EE 1 Other diseases Menke-Hennekam syndrome 1

FDMDEE Menke-Hennekam JE{&Ef 2 Other diseases Menke-Hennekam syndrome 2

ZDMDEER AT AR Other diseases Menkes kinky-hair syndrome

ZDHDEE FAAEE T Other diseases Mental deterioration

ZDMDER RT3 X Other diseases Mental retardation 3, X-linked

ZDMDEE FEHER30. i@ Other diseases Mental retardation 30, X-linked

ZDMDER FEEF49, X Other diseases Mental retardation 49, X-linked

ZTDMDEE AR & R BT +/- D RIB Other diseases Mental retardation and distinctive facial features with or without cardiac defects
ZDMDEER FEEF-/NEAE S & MBS AR Other diseases Mental retardation and microcephaly with pontine and cerebellar hypoplasia
ZTDHDEE i 2R E /- BB Other diseases Mental retardation with language impairment and with or without autistic features
ZDMDEER S G M R Other diseases Mental retardation X-linked with cerebellar hypoplasia and distinctive facial appearance
ZDMDES R EREEREERL Other diseases Mental retardation, autosomal dominant 1

ZDMDES EEEFREEEHER Other diseases Mental retardation, autosomal dominant 13

FDMDEE 5 % R 14 Other diseases Mental retardation, autosomal dominant 14

ZDthDEE % % B 15 Other diseases Mental retardation, autosomal dominant 15

FDMDEE 5 % R 16 Other diseases Mental retardation, autosomal dominant 16

ZDtDEE % % B 18 Other diseases Mental retardation, autosomal dominant 18

FDMDEE 5 % R 19 Other diseases Mental retardation, autosomal dominant 19

ZDtDEE % % i 21 Other diseases Mental retardation, autosomal dominant 21

FDMDEE 5 % R 22 Other diseases Mental retardation, autosomal dominant 22

ZDtDEE % % i 23 Other diseases Mental retardation, autosomal dominant 23

FDMDEE 5 % R 24 Other diseases Mental retardation, autosomal dominant 24

ZDthDEE % % B 26 Other diseases Mental retardation, autosomal dominant 26

FDMDEE 5 % R 27 Other diseases Mental retardation, autosomal dominant 27

ZDtDEE % % B 29 Other diseases Mental retardation, autosomal dominant 29

FDMDEE 5 % R 31 Other diseases Mental retardation, autosomal dominant 31

ZDtDEE & % 3B 35 Other diseases Mental retardation, autosomal dominant 35

FDMDEE 5 % fIE 39 Other diseases Mental retardation, autosomal dominant 39

ZDthDEE & % ;B 40 Other diseases Mental retardation, autosomal dominant 40

ZDHDEE = i 42 Other diseases Mental retardation, autosomal dominant 42

ZDtDES & i 43 Other diseases Mental retardation, autosomal dominant 43

ZDDEE = i a4 Other diseases Mental retardation, autosomal dominant 44

ZDtDES ) B S Other diseases Mental retardation, autosomal dominant 5

ZDHDEE = A 105 6 Other diseases Mental retardation, autosomal dominant 6

ZDMDERE BREREEERER7 Other diseases Mental retardation, autosomal dominant 7

ZOMNEE BRERSERERLS Other diseases Mental retardation, autosomal recessive 15

ZDtDES EEERSERMER Other diseases Mental retardation, autosomal recessive 34

ZOMNEE BRERS RT3 Other diseases Mental retardation, autosomal recessive 36

ZDtDES EREERSEEMER7 Other diseases Mental retardation, autosomal recessive 37

ZOMNEE BRERS RT3 Other diseases Mental retardation, autosomal recessive 38

ZDtDES B ERSERMER Other diseases Mental retardation, autosomal recessive 40

ZOMDEE BRERSEREER Other diseases Mental retardation, autosomal recessive 41

ZDtDES EEERSERMERR Other diseases Mental retardation, autosomal recessive 42

ZOMNEE B AR ERER Other diseases Mental retardation, autosomal recessive 49

ZDtDES EREERSEEMERS3 Other diseases Mental retardation, autosomal recessive 53

ZOMNEE WA RS MR ERRSS Other diseases Mental retardation, autosomal recessive 55

ZDtDES CASKES:E, $EHuEM . @ Other diseases Mental retardation, CASK-related, X-linked

ZOtDEE KB, BE. B, REaRES. ABE. ARE Other diseases Mental retardation, enteropathy, deafness, peripheral neuropathy, ichthyosis, and keratoderma
ZFDMDES FBAES, fral2af! Other diseases Mental retardation, fral2a type

ZDMDEER BRER, DEHEH Other diseases Mental Retardation, Psychosocial

ZFDMDES RHES-BRTEH-TAL A+/-KKFR Other diseases Mental retardation, stereotypic movements, epilepsy, and/or cerebral malformations
ZDMDEER FMER, XEHENE Other diseases Mental retardation, syndromic 14, X-linked

ZotDEE FEHBH, JEIRPE, Claes-lensen B, XGEGHME Other diseases Mental retardation, syndromic, Claes-Jensen type, X-linked
ZDtDES ARXBHEFE B+ T AN A, XEHME Other diseases Mental retardation, with or without seizures, ARX-related, X-linked
T DEE X EH A R I 1 Other diseases Mental retardation, X-linked 1

ZDtDES XESH RS EHER 102 Other diseases Mental retardation, X-linked 102

ZOMHDEE XEHIEFETER 1 2 Other diseases Mental retardation, X-linked 12

ZDtDES XS HER 1 9 Other diseases Mental retardation, X-linked 19

T D DEE XEH IR 6 1 Other diseases Mental retardation, X-linked 61

ZDtDES XESH MRS HER O 8 Other diseases Mental retardation, X-linked 98

ZFDHDES XEH MR ER9 9 Other diseases Mental retardation, X-linked 99, syndromic, female-restricted
ZDtDES XEFE MR 1 3 Other diseases Mental retardation, X-linked, syndromic 13

ZFDHDES XEH MR ER3 3 Other diseases Mental retardation, X-linked, syndromic 33

ZDtDES XEEHEREMER3 4 Other diseases Mental retardation, X-linked, syndromic 34

ZFDHDES XESH MR E. Bain®! Other diseases Mental retardation, X-linked, syndromic, Bain type

ZDtDES XESHMEAE IR, Hedera®! Other diseases Mental retardation, X-linked, syndromic, Hedera type

ZFDHDES XA B, Raymond! Other diseases Mental retardation, X-linked, syndromic, Raymond type

ZDtDES XESH RS E . WuR! Other diseases Mental retardation, X-linked, syndromic, wu type

ZFDHDES A0V URBHAREHFCA MO T4 — Other diseases Merosin deficient congenital muscular dystrophy

ZDtDES TEFIESIRE Other diseases Mesoaxial hand polydactyly

FODEKEE BEERME BREMRTERES A 2RV - US54V R Other diseases Metabolic crises, recurrent, with variable encephalomyopathic features and neurologic regression
ZDDEE AZaVFAT =R Other diseases Metachondromatosis

ZDtDES EFMHESA O T4 — Other diseases Metachromatic leukodystrophy

ZFDHDES EEMEECA MO T4 —. KA Other diseases Metachromatic leukodystrophy, adult type

ZDtDES EFMPESA MO T —, EFR Other diseases Metachromatic leukodystrophy, juvenile type

ZFDHDES EEUHHECRA MO T 4—, $I8H Other diseases Metachromatic leukodystrophy, late infantile

ZDtDES BRI EMIE, Jansen®! Other diseases Metaphyseal chondrodysplasia, Jansen type

ZFDHDES BHInI BRI, McKusickB! Other diseases Metaphyseal chondrodysplasia, McKusick type
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FDDESE BB EMBE, Schmid®! Other diseases Metaphyseal chondrodysplasia, Schmid type

ZDHDEE BRI B EMRE, Spahr®! Other diseases Metaphyseal chondrodysplasia, Spahr type

ZDtDEE ZEEEEDLEVBIRRERR Other diseases Metaphyseal dysplasia without hypotrichosis

FDHDES d2-E FOXF VTS VBREEES # EHNEBEE Other diseases Metaphyseal enchondromatosis with d-2-hydroxyglutaric aciduria
ZDtDES EAMEERR Other diseases Metatrophic dyspl

ZDMDER A IAESOE ME, 28 Other diseases Methemoglobinemia type 2

FDMDEE A EAESFOEVIE, 48 Other diseases Methemoglobinemia type 4

ZDMDER A RAESOEVIE, p-FOEVE Other diseases Methemoglobinemia, beta-globin type

Z DR AFINTINT S U RZFECHIGE! Other diseases Methylcobalamin deficiency type cblG

ZDMDER AFILT O FZIL-CoABILRF LS —ERIBE Other diseases Methylcrotonyl-CoA carboxylase deficiency

FDMDEE AFIROVEEILTILTE FRKEBERIEE Other diseases Methylmalonate ialdehyde dehydrogenase deficiency
ZDMDER REVATAVREC b I DEHS A FIL<OVEME Other diseases Methylmalonic acidemia with homocystinuria cblD

ZDtDES REVRAT A VREC b LIS A FI)L< O VEEME Other diseases Methylmalonic acidemia with homocystinuria, type cbl)

ZDtDES A FILT O VERREE Other diseases Methylmalonic aciduria

FDMDEE A FILR O VEERIE-RE VA F VRIE, chiDE! Other diseases Methylmalonic aciduria and homocystinuria type cblF

ZDMDEER AFIIAZ)L-CoOAS 2 —F—ERIBEICL DA FILT O VBRI Other diseases Methylmalonic aciduria due to methylmalonyl-CoA mutase deficiency
ZDtDES AFILROZ)L-CoOAT E X S5S—FEDRIBE Other diseases Methylmalonyl-CoA epimerase deficiency

ZDMDES A /80 ERBRAE Other diseases Mevalonic aciduria

FDMDEE EEEREEMNDEES & U B EKE S Other diseases Microangiopathy and leukoencephall hy, pontine, autosomal dominant
ZDMDER /NBEE M B B RUE, Saul-WilsonE! Other diseases Microcephalic dysplastic dysplasia, Saul-Wilson type
ZDtDES INBBYE B ER AR IE /N ARE2R! Other diseases Microcephalic ¢ lysplastic primordial dwarfism type Il
ZDMDER /NBESE Other diseases Microcephaly

ZDtDES 17 Other diseases Microcephaly 17, primary, autosomal recessive

ZDMDER INBBSE ARARAAIEAE, B R B IA S 2 Other diseases Microcephaly and chorioretinopathy, autosomal recessive, 2
ZFDMDESR INEESE ARAR MBS SE, 2 R RS 13 Other diseases Microcephaly and chorioretinopathy, autosomal recessive, 3
ZDMDER /NBBYE, FEHER IERE Other diseases Microcephaly with mental retardation and digital anomalies
FDMDESE INBESE,+/-IRIGHBIESE, ) L/ GREE, KB Other diseases Microcephaly with or without chorioretinopathy, lymphedema, or mental retardation
ZDMDER INBESE - B EFREIRE Other diseases Microcephaly-capillary malformation syndrome

FDMDEE INGEYE-E B - R = 1 —O/NTF—EEE Other diseases Microcephaly-complex motor and sensory axonal neuropathy syndrome
ZTohDEE /NEE-/NBRSE BB Other diseases Microcephaly-micromelia syndrome

ZDMDES INBBSE, RPN, SRR RS Other diseases Microcephaly, congenital cataract, and psoriasiform dermatitis
ZDtDEE /NBBYE BEMER ., BEIERE mHEEEEGR Other diseases Microcephaly, facial dysmorphism, renal agenesis, and ambiguous genitalia syndrome
FDMDEE INGESE EARE. FE. WA Other diseases Microcephaly, growth deficiency, seizures, and brain malformations
ZDMDER =< HilfR., kAR BN Other diseases Microcephaly, growth restriction, and increased sister chromatid exchange 2
ZDMDEE BRI RETE Other diseases Microcephaly, normal intelligence and immunodeficiency
ZDMDEER INBBSE, A REITIE, RIENER Other diseases Microcephaly, postnatal progressive, with seizures and brain atrophy
ZDMDES INBBAE, 1T, R A ISR - /DN ER Other diseases Microcephaly, progressive, with seizures and cerebral and cerebellar atrophy
ZDMDEER AVNEESE ES R EOEE Other diseases Microcephaly, short stature, and limb abnormalities

FDMDEE INEEE, 1B SR, B B +/-FAE Other diseases Microcephaly, short stature, and polymicrogyria with or without seizures
ZTDhDEE INAR Other diseases Microcornea

ZTDMDEE NERPEE M Other diseases Microcytic anemia

ZDthDEE INESE Other diseases Microglossia

ZDMDEE INSBAE Other diseases Micrognathia

ZDMDEER M E R 48 Other diseases Microlissencephaly

ZDMDES INEE Other diseases Micropenis

ZDtDEE /NRBRAE Other diseases Microphthalmia

ZDMDES & & UIEDEE %4 5 /NEBR//NEERE Other diseases Microphthalmia with brain and digit anomalies

FOMDESR /NERER//NARERSE -AR B S AN AU E S IR B Other diseases Microphthalmia-ankyloblepharon-intellectual disability syndrome
ZDMDEE /NERBR//NRERSE 2, FISL Other diseases Microphthalmia, isolated 2

ZDthDEE /NERBR//NREBRIE 5. FIL Other diseases Microphthalmia, isolated 5

ZDMDEE /NERBR//NRERSE 6. TS Other diseases Microphthalmia, isolated 6

ZDtDEE 2B R—<F S MELE/NRERE Other diseases Microphthalmia, isolated, with coloboma

FDMDESE a0R—T %S MEM/NEERE 9 Other diseases Microphthalmia, isolated, with coloboma 9

ZDtDEE 2 0/R—=< - /NBER//NBERSE - BARERRIER Other diseases Microphthalmia/coloboma and skeletal dysplasia syndrome
ZDMDES INFEEE Other diseases Microretrognathia

ZDMDER BRI R Other diseases Microscopic hematuria

ZotDEE NS K S R Other diseases Microspherophakia

ZTOhDEE R Z D7 VN B Other diseases Migraine without aura

ZotDEE FEERE., MEMEARE Other diseases Migraine, sporadic hemipl

ZDMDER BEOEAR Other diseases Mild proteinuria

ZFDMDES MillerfE & 2 Other diseases Miller syndrome

ZDtDEE NEHFEEHES S =37 IA/F— Other diseases Minicore myopathy with external ophthalmoplegia

ZFDMDES IS5—UaEEE Other diseases Mirage syndrome

ZDMDEER Mitchell-Riley JE{ZEE Other diseases Mitchell-Riley syndrome

FODEE T FPaVRYTHIEROFOIAFILTILE Y IL-CoOASREERRIBAE |Other diseases mitochondrial 3-hydroxy-3-methylglutaryl-CoA synthase deficiency
ZFDMDES I bV R T7HEEKRIREE. #%E36 Other diseases Mitochondrial complex 1 deficiency, nuclear type 36

ZDtDES I hav FYTZHEEKR2RIBE, %E2 Other diseases Mitochondrial complex 2 deficiency, nuclear type 2

ZFDMDES I bV FYTHEESK2RIBE, B4 Other diseases Mitochondrial complex 2 deficiency, nuclear type 4

FDDESE I haVRYT7HEAKARIEE. ZE11 Other diseases Mitochondrial complex 4 deficiency, nuclear type 11

ZDtDEE ShaVRYTHEERAREE, BE12 Other diseases Mitochondrial complex 4 deficiency, nuclear type 12

FDDESE I hav RY7HEAKARIIEBE. ZE 18 Other diseases Mitochondrial complex 4 deficiency, nuclear type 18

ZotDEE ShaVRYTHEEKRAREE, %E19 Other diseases Mitochondrial complex 4 deficiency, nuclear type 19

ZDtDES I bV FYT7HEERARIBE, %E4 Other diseases Mitochondrial complex 4 deficiency, nuclear type 4

ZFDMDES I bV FYTHEESKARIEBE, I8 Other diseases Mitochondrial complex 4 deficiency, nuclear type 8

FDDESE I hav RY7HEEARSRIBE. ZE6 Other diseases Mitochondrial complex 5 (ATP synthase) deficiency, nuclear type 6
ZotDEE I bV RYTHEERIRIEE Other diseases Mitochondrial complex | deficiency

ZDtDES S bV RYTHEERIRIEE. BE Other diseases Mitochondrial complex | deficiency, nuclear type 1

ZotDEE S bV RYTHEERIRIEE, BRI Other diseases Mitochondrial complex |1 deficiency, nuclear type 1

ZDMDEER S PV RYTEERIRERE. BE 1 Other diseases Mitochondrial complex Il deficiency, nuclear type 1

ZotDEE I PV RYTEERIREBE. %E2 Other diseases Mitochondrial complex |1l deficiency, nuclear type 2

ZDMDEER I bar FYZHEERNREE, %24 Other diseases Mitochondrial complex Il deficiency, nuclear type 4

ZFDHDES I bV RFYTZHEEERNREBE, 2S5 Other diseases Mitochondrial complex Il deficiency, nuclear type 5

ZDtDES S bV RYTEERIREE, BE6 Other diseases Mitochondrial complex Il deficiency, nuclear type 6

ZFDHDES I raVRYTZHEEERNREBE, #%E 8 Other diseases Mitochondrial complex Il deficiency, nuclear type 8

ZDtDES I bav FY 7HEERVRISE Other diseases Mitochondrial complex IV deficiency

ZFDHDES I bV K1) 7DNAKGBAEIREE Other diseases Mitochondrial DNA depletion syndrome

ZDMDEE I bV F) 7DNARBEIEEE 1 MNGIE B Other diseases Mitochondrial DNA depletion syndrome 1 (MNGIE type)

ZFDHDES I ha Y K1) ZDNARGBAEIREE 1 3. ANARE! Other diseases Mitochondrial DNA depletion syndrome 13 (encephalomyopathic type)
ZDtDES I ha Y K ZDNAKEBEIREE 1 5. FFANEY Other diseases Mitochondrial DNA depletion syndrome 15 (hepatocerebral type)
ZFDHDES I bV K1) ZDNARGBAEIREE 2 Other diseases Mitochondrial DNA depletion syndrome 2

ZDMDEE I b3V K1) 7DNAAEBSEIZEE 4 B, MNGIER! Other diseases Mitochondrial DNA depletion syndrome 4B, MNGIE type

FOMDESR I POV R 7ONAEBEIRRE S . BERE. +/-* FIL< O UERFREE Other diseases zltl:iitdoucrfi!;ndrial DNA depletion syndrome 5 (encephalomyopathic with or without methylmalonic
ZFDHDES S hOV KR ZONAMEBEIREE O . A FIL YO VESRE. MNEE Other diseases Mitochondrial DNA depletion syndrome 9 (encephalomyopathic with methylmalonic aciduria)
ZDtDES I ha Y P ZDONAKGBAEIREE, MNARE, BREEE Other diseases Mitochondrial DNA depletion syndrome, encephalomyopathic form, with renal tubulopathy
ZFDHDES I bV K1) ZDNARGBAEIREE 3. AT Other diseases Mitochondrial DNA-depletion syndrome 3, hepatocerebral
ZDtDES I haY R 7R Other diseases Mitochondrial encephalomyopathy

ZFDHDES S raVFYTESFNRF— Other diseases Mitochondrial myopathy

FOMDESR 2 raURY T IANS— BRI - EENREEEER Other diseases Mitochondrial myopathy-cerebellar ataxia-pigmentary retinopathy syndrome
ZFDHDES SrAVRYTZIANRY— - HBT7 Y - R-BEERE Other diseases Mitochondrial myopathy-lactic acidosis-deafness syndrome
ZDtDES I haY R 7HRZEIEERNEE Other diseases Mitochondrial neurogastrointestinal encephalomyopathy
ZFDHDES I raVRUT Y UEREIBARIBE Other diseases Mitochondrial phosphate carrier deficiency

ZDMDEE I raVKRY 7 - 70 UBEMATPA BB EEARRIEAE Other diseases Mitochondrial proton-transporting ATP synthase complex deficiency
ZFDHDES I POV FYTZHELE VESEIRIARIEE Other diseases Mitochondrial pyruvate carrier deficiency

ZDtDES S raVFRYTZEBI/ AICAE K54 —FIRIEE Other diseases Mitochondrial short-chain enoyl-coa hydratase 1 deficiency
ZFDHDES I FOAVRUTEHEER VNV ERBE Other diseases Mitochondrial trifunctional protein deficiency
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ZDtDEE ISRt 2 Other diseases Mitral valve prolapse 2

FDMDES BHOA RO T4 —1 Other diseases Miyoshi muscular dystrophy 1

Z0HhDEE SHBHYAROT—3 Other diseases Miyoshi muscular dystrophy 3

FDHDES FELSRHEETEL Other diseases Moderate global developmental delay

ZDtDES MRITRZEESBOY A > Other diseases Molar tooth sign on MRI

ZDMDER EYVITURMBRRZE. H@EITIL—TA Other diseases Molybdenum cofactor deficiency, complementation group A
ZDtDES EYITUORBERZE. HBEITIL—T8 Other diseases Molybdenum cofactor deficiency, complementation group B
ZDMDER EYITURMBRRSE. HBEEIIL—TC Other diseases Molybdenum cofactor deficiency, complementation group C
ZDtDES —GREHEY Other diseases Monochromacy

ZDMDER Boo—HefERattl) >/ SBRAE Other diseases Monoclonal B-Cell Lymphocytosis

ZDtDES HEMERE Other diseases Monogenic diabetes

ZDMDER BHNE/VI—7 Other diseases Monosomy 7 of bone marrow

FDMDEE MorquiofE {&Ef Other diseases Morquio syndrome

ZDMDES SERYMES A U ERE Other diseases Mosaic variegated aneuploidy syndrome

ZDtDES SEEREEY A VEREA Other diseases Mosaic variegated aneuploidy syndrome 1

ZDMDES SERYMES A VERE2 Other diseases Mosaic variegated aneuploidy syndrome 2

ZDtDES EENFEEE Other diseases Motor delay

ZTohDEE EH=—a21—OVEE Other diseases Motor neuron disease

TDHDEE EEEE Other diseases Movement disorder

ZDMDER HPHLPm2 Other diseases Moyamoya disease 2

ZDtDES 1L PELOHES Other diseases Moyamoya disease 5

ZOthDEE MPDU1-CDG Other diseases MPDU1-CDG

Z DR MPI-CDG Other diseases MPI-CDG

ZDMDER LaAYERF=YR Other diseases Mucolipidosis

Z DR L) ER—=SRN1E Other diseases Mucolipidosis type |1

ZDMDER L3l ER—3 Ay Other diseases Mucolipidosis type Ill gamma

Z0HhDEE L2 ERF=Y RIVE Other diseases Mucolipidosis type IV

ZDtDES LOZHEE Other diseases Mucopolysaccharidosis

FDMDEE L ZHEEIR Other diseases Mucopolysaccharidosis type 1

ZDtDES LB HEECE! Other diseases Mucopolysaccharidosis type 6

ZDMDES LSRR Other diseases Mucopolysaccharidosis type 7

ZDMDER L ZHERE, MPS-I-H/S Other diseases Mucopolysaccharidosis, MPS-I-H/S

FDMDEE 13 BHERE, MPS-I-S Other diseases Mucopolysaccharidosis, MPS-I-S

ZDMDER LB, MPS-II Other diseases Mucopolysaccharidosis, MPS-I1

FDMDEE LD BHERE, MPS-IlI-A Other diseases Mucopolysaccharidosis, MPS-I1I-A

ZDMDEER L ZHERE,. MPS-III-B Other diseases Mucopolysaccharidosis, MPS-I1I-B

FDMDEE 13 BHERE, MPS-III-C Other diseases Mucopolysaccharidosis, MPS-I11-C

ZDMDEER L ZHERE. MPS-III-D Other diseases Mucopolysaccharidosis, MPS-I11-D

FDMDEE L BHERE, MPS-IV-A Other diseases Mucopolysaccharidosis, MPS-IV-A

ZDMDEER L ZHERE, MPS-IV-B Other diseases Mucopolysaccharidosis, MPS-IV-B

ZDMDEE LOZHE, 1B, BE Other diseases Mucopolysaccharidosis, type II, severe form

ZDthDEE L BHER Other diseases Mucopolysacchariduria

FDMDEE MuenkefEIREE Other diseases Muenke syndrome

ZDMDEER Muir-Torrefi {2 Other diseases Muir-Torre syndrome

FDMDEE Mulibrey /N AE Other diseases Mulibrey nanism syndrome

ZDtDEE SR RIREISARE. +/-BAE Other diseases Multicentric carpo-tarsal osteolysis with or without nephropathy
FDMDEE LRI, 5. BESE Other diseases Multicentric osteolysis, nodulosis and arthropathy
ZDMDER ZREETANABRKE Other diseases Multifocal epileptiform discharges

ZTDMDEE JLFEIZIATRE Other diseases Multiminicore Disease

ZDMDEER Z2E7 VI-COATE FOSF+—EREBE Other diseases Multiple acyl-CoA dehydrogenase deficiency

ZTDMDEE BHOXXER Other diseases Multiple congenital anomalies

ZDMDEER BHOAXEERME-RIEEIRE Other diseases Multiple congenital anomalies-hypotonia-seizures syndrome
ZDMDES BROXXEE-EME-FAEERE 1 Other diseases Multiple congenital anomalies-hypotonia-seizures syndrome 1
ZDMDER BHOAXEERMTE-RIEEREE2 Other diseases Multiple congenital anomalies-hypotonia-seizures syndrome 2
ZDMDES BROAXEE-EME-FIEEEES Other diseases Multiple congenital anomalies-hypotonia-seizures syndrome 3
ZDMDER SRMEERENBE Other diseases Multiple congenital exostosis

ZFDMDES SRERNDMHES Other diseases Multiple endocrine neoplasia

ZDMDEER ZRMENDMES (MEN) 28 Other diseases Multiple endocrine neoplasia, type 2

ZFDMDES SRMERNDBES (MEN) 45 Other diseases Multiple endocrine neoplasia, type 4

ZDtDES ZRMEBIHREN KA Other diseases Multiple epiphyseal dysplasia

ZFDMDES ZEMEBIRERKAE 1 Other diseases Multiple epiphyseal dysplasia 1

ZDtDEE SEMEBIHREMRE 4 Other diseases Multiple epiphyseal dysplasia type 4

ZFDMDES SEMEBIREMKES Other diseases Multiple epiphyseal dysplasia type 5

ZDMDEER SERMENBEIR Other diseases Multiple exostoses type 1

ZotDEE ZHEMENBIE2E Other diseases Multiple exostoses type 2

ZTOhDEE | B RERHEDE Other diseases Multiple fibrofolliculomas

ZFDMDES SEMEBBOT7 FLTT Other diseases Multiple gastrointestinal atresias

ZDMDEER 28I baY R 7HEEEEEIRE Other diseases Multiple mitochondrial dysfunctions syndrome

ZotDEE Z2EI POV FY) THEBEERE Other diseases Multiple mitochondrial dysfunctions syndrome 1

ZDMDEER % OV FY THEEEEAEIREE 2 Other diseases Multiple mitochondrial dysfunctions syndrome 2

ZDtDEE Z2EI bV R THEBTRERES Other diseases Multiple mitochondrial dysfunctions syndrome 3

FDDESE % OV FY THEEEEAEIREE 4 Other diseases Multiple mitochondrial dysfunctions syndrome 4

ZotDEE 2EI bV R THREBTRERES Other diseases Multiple mitochondrial dysfunctions syndrome 5

ZDMDEER ZEI bV R THEREEEHG6 Other diseases Multiple mitochondrial dysfunctions syndrome 6

ZFDMDES SEREBER Other diseases Multiple renal cysts

ZDtDES | ZFMRILE, ~DEZME3 Other diseases Multiple sclerosis, susceptibility to, 3

ZFDMDES SERMERIN T 7 B —ERIBE Other diseases Multiple sulfatase deficiency

ZTOhDEE | & U RELIE 4 Other diseases Multiple synostoses syndrome 4

ZFDMDES EHROKRFELNE Other diseases Multiple unerupted teeth

ZDMDEER ZRAT BT S AEIREE Other diseases Multisystemic smooth muscle dysfunction syndrome
ZotDEE BAAMPT 7 S +— B RIBE Other diseases Muscle AMP deaminase deficiency

ZDMDEER FhfEg Other diseases Muscle cramps

ZFDHDES 5 - IR - B Other diseases Muscle eye brain disease

ZTDMDEE HART Other diseases Muscle weakness

ZFDHDES BOAROD4—SR AT YA UE . ERERE K VRIFHRALE Other diseases Muscular dystrophy-dystroglycanopathy (congenital with brain and eye anomalies), type A, 1
ZDtDES BUAMO T4 —DR MOTY A UE . ERERS & VRS AL0E Other diseases Muscular dystrophy-dystroglycanopathy (congenital with brain and eye anomalies), type a, 10
ZFDHDES BOAROI4—CRMOT)AVE . ERERE L URFHa11E Other diseases Muscular dystrophy-dystroglycanopathy (congenital with brain and eye anomalies), type a, 11
ZDtDES BOAMO T4 —DR AT Y A UE . ERERE & UIEHFa12E! Other diseases Muscular dystrophy-dystroglycanopathy (congenital with brain and eye anomalies), type a, 12
ZFDHDES BOAROD4—CRMOT)AUE . ERERE K VR s Other diseases Muscular dystrophy-dystroglycanopathy (congenital with brain and eye anomalies), type a, 8
ZDtDES BOAMO T4 —DR AT YA UE . ERERE & VR ZaoR Other diseases Muscular dystrophy-dystroglycanopathy (congenital with brain and eye anomalies), type a, 9
ZFDHDES BOAROD4—CRMOT)AUE . ERERE K UVRFHa3E Other diseases Muscular dystrophy-dystroglycanopathy (congenital with brain and eye anomalies), type A3
ZDtDES BUAMO T4 —DR AT Y A UE . EREEEERDIAE Other diseases Muscular dystrophy-dystroglycanopathy (congenital with mental retardation), type b, 14
FRDMDEE BUA RO T4— TR AT Y AV (B c 128 Other diseases Muscular dystrophy-dystroglycanopathy (limb-girdle), type c, 12
ZDtDES BOAMO T4 —DRMOTY A (B c 148 Other diseases Muscular dystrophy-dystroglycanopathy (limb-girdle), type c, 14
ZFDHDES BOAROD4—JR OS5 ) A PE () c 7R Other diseases Muscular dystrophy-dystroglycanopathy (limb-girdle), type c, 7
ZDtDES HBOAMO T4 —DRA MOTY HUE (B c 8E Other diseases Muscular dystrophy-dystroglycanopathy (limb-girdle), type C, 8
ZFDHDES BOAROT4—, XM AVTTYDaIRIBEIZED Other diseases Muscular dystrophy, congenital, due to integrin alpha-7 deficiency
ZDtDES HBOA MO T74—, B, BEEKEE4L Other diseases Muscular dystrophy, limb-girdle, autosomal dominant 4
ZFDHDES BOA MO 4—, BE. BEeksE23 Other diseases Muscular dystrophy, limb-girdle, autosomal recessive 23
ZDtDES BHUA DT 42—, BEH2RE Other diseases Muscular dystrophy, limb-girdle, type 2R

ZFDHDES BOA RO 4—, BE2 x B Other diseases Muscular dystrophy, limb-girdle, type 2X

ZDtDES HOALAT4—, BEH2 y B Other diseases Muscular dystrophy, limb-girdle, type 2y

ZFDHDES HERRIET Other diseases Muscular hypotonia

ZOMHNES SBE D ERIRIET Other diseases Muscular hypotonia of the trunk

ZFDHDES VIR A R AE Other diseases Mutilating keratoderma

ZDtDES A Other diseases Myalgia

ZFDHDES HENE. RiEME. BREER Other diseases Myasthenia, limb-girdle, familial
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ZDtDEE REUEHENE, TEFILDY UZEEAREERE Other diseases Myasthenic syndrome, congenital, 11, associated with acetylcholine receptor deficiency
FDMDES EREHEANET14 Other diseases Myasthenic syndrome, congenital, 14

ZDtDEE ERMGHEANETT7 Other diseases Myasthenic syndrome, congenital, 17

FDHDES FREHEANETS Other diseases Myasthenic syndrome, congenital, 18

ZDtDES ERMFEANET1 Other diseases Myasthenic syndrome, congenital, 19

ZDMDER REXUHENE2 5 F TRE Other diseases Myasthenic syndrome, congenital, 25, presynaptic
ZDtDES AO0—F ¥ FILBEXEHENE 2a Other diseases Myasthenic syndrome, congenital, 2a, slow-channel
ZDMDER AA—F v RILBEREHEDIE Other diseases Myasthenic syndrome, congenital, 3a, slow-channel
ZDtDES AO—F ¥ R B REENIEa Other diseases Myasthenic syndrome, congenital, 4a, slow-channel
ZDMDER T77 A M Fr RIVBEREHEDED Other diseases Myasthenic syndrome, congenital, 4b, fast-channel
ZDtDES RREHENIES Other diseases Myasthenic syndrome, congenital, 8

ZDtDES TFEFINDY VREERIEEIC & D EREHENE Other diseases Myasthenic syndrome, congenital, 9, associated with acetylcholine receptor deficiency
ZDtDES AO0—F ¥ FLBEXEHENE Other diseases Myasthenic syndrome, slow-channel congenital
ZDMDEER TAANYTIT EDAINRABRERE, BEBEREHE, ~ORXZH Other diseases Mycobacterial and viral infections, susceptibility to, autosomal recessive
ZDtDES RAANGTFY DL = IRV A= A~DREZMH Other diseases Mycobacterium tuberculosis, susceptibility to
ZDMDEER BREMRERE Other diseases Myelodysplastic syndrome

ZDtDES BB RMEE Other diseases Myelofibrosis

ZDMDER STORLAFOE—EREBE Other diseases Myeloperoxidase deficiency

TDHDEE BRAEE RS Other diseases Myeloproliferative disorder

ZDMDER SFESERISINGE & S B BEAIETEE R R Other diseases Myeloproliferative disorder, chronic, with eosinophilia
ZFDMDESR BRAEIEE/ ) L \BEE Y. RiEE. SRR ~OEZH Other diseases Myeloproliferative/lymphoproliferative r I familial (multiple types), susceptibility to
ZDMDES MYHOREER B Other diseases MYH9-related disorder

ZDtDES MyhrefE{REE Other diseases Myhre syndrome

ZDMDER IAYVE—RXRRACRA =T Other diseases Myoclonic dystonia 11

ZFDMDESR SAO=—TAhA SANNF— REMETHLTA Other diseases Myoclonic epilepsy myopathy sensory ataxia
ZDMDER A A=—TALATEENRE Other diseases Myoclonic epilepsy, familial infantile

FDMDEE SAHYO—XR-7 L=—TAILA Other diseases Myoclonic-atonic epilepsy

ZDMDER IAYO—X R, HAK. FER Other diseases Myoclonus, intractable, neonatal

ZDtDES FREH I A NF— Other diseases Myofibrillar myopathy

ZDMDEER BIRRHE S A/ F—1 Other diseases Myofibrillar myopathy 1

ZDMDES HREH S A/ F—3 Other diseases Myofibrillar myopathy 3

ZDtDEE FRRERME S A /\F—. BAGIEE Other diseases Myofibrillar myopathy, BAG3-related

FDMDEE IATOEVR, 2UHPEREE. BREAEH Other diseases Myoglobinuria, acute recurrent, autosomal recessive
ZDtDEE AN — Other diseases Myopathy

ZDMDEE SRS BRIEEES S 4 /80— Other diseases Myopathy with extrapyramidal signs

ZDtDEE BT F—REFSHEEES A/ — Other diseases Myopathy with lactic acidosis, hereditary
ZDMDES ROHEREESIXEREEI A/ — Other diseases Myopathy with postural muscle atrophy, X-linked
ZDMDEER BREMEES SA/NN— Other diseases Myopathy with tubular aggregates

FDMDEE SANY—, RETERLTE. [TREY. BTREE. BRM Other diseases Myopathy, areflexia, respiratory distress, and dyspt early-onset
ZDMDEER hiE I A/ —1 Other diseases Myopathy, centronuclear, 1

ZDMDEE b S/ —2 Other diseases Myopathy, centronuclear, 2

ZDMDEER b I A/ V—5 Other diseases Myopathy, centronuclear, 5

ZDMDEE FRME I A /82—, compton-northE! Other diseases Myopathy, congenital, compton-north

ZDtDEE REES AN —, #THE, AE Other diseases Myopathy, congenital, progressive, with scoliosis
ZOMOESR XA —. BBEORKR. FRAS. ERER Other diseases ;\:Zizzathy, congenital, with diaphragmatic defects, respiratory insufficiency, and dysmorphic
FDMDESE FERMEI AN —, Za—O/NF—LH#EE Other diseases Myopathy, congenital, with neuropathy and deafs
ZDMDER SRHEI A —, R Other diseases Myopathy, congenital, with tremor

ZDMDEE SER I ANV —1 Other diseases Myopathy, distal, 1

ZDthDEE BRI AN —4 Other diseases Myopathy, distal, 4

ZDMDEE ERLIA/INL—5 Other diseases Myopathy, distal, 5

ZDtDEE BELSANY—6., RARE. BRAEKEHR Other diseases Myopathy, distal, 6, adult-onset, autosomal dominant
ZDMDES EE S AN —RIEBRHRE Other diseases Myopathy, distal, with anterior tibial onset
ZFDDEE SANY— MAS bV R T BREKENE Other diseases Myopathy, isolated mitochondrial, autosomal dominant
ZFDDESR SHN— HBT Y F—J R, SFEREEMm 1 Other diseases Myopathy, lactic acidosis, and sideroblastic anemia 1
ZDthDEE AN — BT F—J R, HFERMHAM?2 Other diseases Myopathy, lactic acidosis, and sideroblastic anemia 2
ZOMOESR SANO—. 2 ROV R TR, EREENE. BB REEE Other diseases EV\]/;\T;J;Jathy, mitochondrial progressive, with congenital cataract, hearing loss, and developmental
ZFDMDES IHIU—. RS Other diseases Myopathy, myofibrillar, 8

ZDtDES A/ —. BRRHS. RHTFRTS Other diseases Myopathy, myofibrillar, 9, with early respiratory failure
ZFDMDES IF/ —, Afi. REHE Other diseases Myopathy, proximal, and ophthalmoplegia
ZDtDEE A/ — HRME, @SN, DNEREARE Other diseases Myopathy, reducing body, X-linked, childhood-onset
ZFDMDES IF/ = HEMA, B, BERE. S Other diseases Myopathy, reducing body, X-linked, early-onset, severe
ZDMDEER A~ BREEE Other diseases Myopathy, scapulohumeroperoneal

ZFDMDES IF— BREM Other diseases Myopathy, tubular aggregate, 1

ZDMDEER plig; ) Other diseases Myopia

ZotDEE M2 4. BEekENE Other diseases Myopia 24, autosomal dominant

ZDMDEER R 6 Other diseases Myopia 6

ZFDMDES HIELE ELEEESHE Other diseases Myosclerosis, autosomal recessive

ZDMDEER A URBESANTF— Other diseases Myosin storage myopathy

ZFDMDES RRMEBRERE Other diseases Myotonia congenita

ZDMDEER NKIFEZEFIL LS VR T S—ERIEE Other diseases N-terminal acetyltransferase deficiency

ZFDMDES Nager FEZEE Other diseases Nager syndrome

ZDtDES MOEE, FEEHEXRMES Other diseases Nail disorder, nonsyndromic congenital, 8
ZotDEE MOEMR Other diseases Nail dysplasia

ZDtDES MR AT 4— Other diseases Nail dystrophy

ZFDMDES REBIEN S B A £ Namagqualand %! Other diseases Namagualand hip dysplasia

ZDMDEER Nance-Horan$E f& & Other diseases Nance-Horan syndrome

ZotDEE H 4 /NRERAE Other diseases Nanophthalmos

ZTohDEE Ui Other diseases Narrow chest

ZDDEE IRUETERED Other diseases Narrow forehead

ZDMDEE o, %k Other diseases Narrow mouth

ZFDHDES PNHP Other diseases Narrow nasal bridge

ZDtDES HIREBHEY Other diseases Nasopharyngeal Neoplasms

FODEKEE Q&ﬁﬁﬁ@%#jj—;lj»:\;j BRELUTNINTF A FR Other diseases Natural killer cell and glucocorticoid deficiency with DNA repair defect
ZFDHDES Navajof##EFFiE Other diseases Navajo neurohepatopathy

ZTDMDEE Naxosi& Other diseases Naxos disease

ZFDHDES RIY VI ANRF— Other diseases Nemaline myopathy

ZDtDES RIYVIAIRF—1 Other diseases Nemaline myopathy 1

ZFDHDES 2RI UIAINF—10 Other diseases Nemaline myopathy 10

ZDtDES RIYIANRF—11, BEEEAELH Other diseases Nemaline myopathy 11, autosomal recessive
ZFDHDES RIYVIANF—2 Other diseases Nemaline myopathy 2

ZDtDES RIYIHINF—3 Other diseases Nemaline myopathy 3

ZFDHDES RIYVIAINF—4 Other diseases Nemaline myopathy 4

ZDtDES RIYVZIHINF—5 Other diseases Nemaline myopathy 5

ZFDHDES RIYUIAINF—8 Other diseases Nemaline myopathy 8

ZDtDES RIYIHNF—9 Other diseases Nemaline myopathy 9

ZOMHDEE 4 R PR R Other diseases Neonatal diabetes mellitus

ZDtDES i REMELE Other diseases Neonatal hypoglycemia

ZFDHDES SR URERICEDFERFANET S 2B E Other diseases Neonatal intrahepatic cholestasis caused by citrin deficiency
ZDtDES 4 R AKEEE B EREEIRE Other diseases Neonatal pseudo-hydrocephalic progeroid syndrome
ZFDHDES P RIEIRESE Other diseases Neonatal respiratory distress

ZDtDES i R E R PRI RETTHE Other diseases Neonatal severe hyperparathyroidism

ZOMDEE FEREFESRE Other diseases Neonatal short-limb short stature

ZDtDES HEY Other diseases Neoplasm

ZFDHDES NEOTFEY Other diseases Neoplasm of ovary
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ZTDHDEE BOHEY Other diseases Neoplasm of stomach

FDMDES KEDFHEY Other diseases Neoplasm of the large intestine

ZDtDEE FRIRDOFED Other diseases Neoplasm of the thyroid gland

T DEE FERAOHEY Other diseases Neoplasm of uterine cervix

ZTDHDEE BARILE Other diseases Nephrocalcinosis

ZDMDER BHERAE, BEEAN Other diseases Nephrogenic diabetes insipidus, autosomal

ZDtDES BYERERAE . XEEHME Other diseases Nephrogenic diabetes insipidus, X-linked

ZDMDER BRAE Other diseases Nephrolithiasis

ZDtDES *70E1 Other diseases Nephronophthisis 1

ZDMDER R0 E11 Other diseases Nephronophthisis 11

Z0HhDEE 27012 Other diseases Nephronophthisis 12

ZDMDER R70E13 Other diseases Nephronophthisis 13

ZOMhDEE + 2015 Other diseases Nephronophthisis 15

ZDMDEER R70E16 Other diseases Nephronophthisis 16

ZOHhDEE + 27018 Other diseases Nephronophthisis 18

ZDMDEER *70E19 Other diseases Nephronophthisis 19

ZDtDES R 70 E3 Other diseases Nephronophthisis 3

ZDMDER RI70OE Other diseases Nephronophthisis 4

ZDtDES * 270 E9 Other diseases Nephronophthisis 9

ZDMDER BHESRFUE Other diseases Nephropathic cystinosis

ZDtDES +220—+FLUPOEEEAR Other diseases Nephrotic range proteinuria

ZDMDER 7 O—UEREL4 Other diseases Nephrotic syndrome type 14

FDMDESE 7 0—EEEEL Other diseases Nephrotic syndrome, type 11

ZDMDER 7 O—UEREL Other diseases Nephrotic syndrome, type 12

FDMDESE 7 0O—EEEEL3 Other diseases Nephrotic syndrome, type 13

ZDMDER 7 O—UEREL Other diseases Nephrotic syndrome, type 17

FDMDESE 7 0—EEEE8 Other diseases Nephrotic syndrome, type 18

ZDMDER 7 0O—UEREL Other diseases Nephrotic syndrome, type 19

FDMDESE 7 0—EEEE20 Other diseases Nephrotic syndrome, type 20

ZDMDEER 7 O—UEIRES Other diseases Nephrotic syndrome, type 3

FDMDESE 7 O—UEREE4 Other diseases Nephrotic syndrome, type 4

ZDMDES F 7 O—BERRS +/ RREE Other diseases Nephrotic syndrome, type 5, with or without ocular abnormalities

FDMDESE 7 O—CERE7 Other diseases Nephrotic syndrome, type 7

FOMDESR 7 O—CERR9 Other diseases Nephrotic syndrome, type 9

FDMDEE Netherton JE{ZEE Other diseases Netherton syndrome

ZDMDEER Neu-Laxova fiE {& B2 Other diseases Neu-laxova syndrome 2

ZTDHDEE @R EAETS Other diseases Neural tube defect

ZDMDEER R BT S RN Other diseases Neural tube defects, folate-sensitive

ZDMDES HREEEAS /YA =R Other diseases Neurocutaneous melanocytosis

ZDMDEER RS Other diseases Neurodegeneration

ZDMDEE MIREEEBEA. DR =7, BEMRE/NRERE Other diseases Neurodegeneration with ataxia, dystonia, and gaze palsy, childhood-onset

ZOhDEE APk o) 2 S HERS Other diseases Neurodegeneration with brain iron accumulation

ZotDEE RN E S HEEHD Other diseases Neurodegeneration with brain iron accumulation 2b

ZOhDEE APk s> 2 S MIERE4 Other diseases Neurodegeneration with brain iron accumulation 4

ZotDEE RN E S HIREHS Other diseases Neurodegeneration with brain iron accumulation 5

ZTohDEE P k5> 2 S #iERE6 Other diseases Neurodegeneration with brain iron accumulation 6

ZotDEE RS EREES HREH7 Other diseases Neurodegeneration with brain iron accumulation 7

ZTohDEE ik EE & 1 5 HIETESs Other diseases Neurodegeneration with brain iron accumulation 8

FDMDEE MIREE /NREIRE A FLAFEE, BaERKH. e Other diseases Neurodegeneration, childhood-onset, stress-induced, with variable ataxia and seizures

ZDMDEER RS, NREARE /MM ESE Other diseases Neurodegeneration, childhood-onset, with cerebellar atrophy

ZDMDEE iR ESE. BEM. OLAT7T h—4 FEE)., NEREEM Other diseases Neurodegeneration, early-onset, with choreoathetoid movements and microcytic anemia

ZDMDEER HRRERE Other diseases Neurodevelopmental abnormality

ZDMDES IR FEEE Other diseases Neurodevelopmental disorder

ZTODEE WRREEE, [EE. +/HNOBENESR Other diseases Neurodevelopmental disorder and language delay with or without structural brain abnormalities

ZOMDER BEREEE. FUVhA. +/EHE. NOBERY Other diseases SN:ausl;zi)Cc?te;/elopmental disorder and structural brain anomalies with or without seizures and

ZDMDEER MIRRERE, PR - RAEESEERES Other diseases Neurodevelopmental disorder with central and peripheral motor dysfunction

ZotDEE MEEERE., HE - BESMERESE Other diseases Neurodevelopmental disorder with coarse facies and mild distal skeletal abnormalities

ZDMDER i EREER. ZUMBES Other diseases Neurodevelopmental disorder with dysmorphic facies and distal limb anomalies

ZFDMDES ERER. ZUEBERER Other diseases Neurodevelopmental disorder with dysmorphic facies and distal skeletal anomalies

ZDMDEER e, EWiEER. ERERE Other diseases Neurodevelopmental disorder with dysmorphic facies and variable seizures

ZDtDEE MRRERE. ERER. =, BERAE Other diseases Neurodevelopmental disorder with dysmorphic facies, impaired speech, and hypotonia

ZOMDER BMEREEE. TANA. ANE. EAEE. WSMBLEEE Other diseases :iill'ﬂd;;/::‘opmemal disorder with epilepsy, cataracts, feeding difficulties, and delayed brain

ZDtDES MIRREEE. TANA. EHE. KNER Other diseases Neurodevelopmental disorder with epilepsy, spasticity, and brain atrophy

ZOMDEE MIEREEE, EOFE, BHEE Other diseases NEURODEVELOPMENTAL DISORDER WITH HYPOTONIA AND BRAIN ABNORMALITIES

ZDMDEE MEREEE, EMFE - EMKER Other diseases NEURODEVELOPMENTAL DISORDER WITH HYPOTONIA AND DYSMORPHIC FACIES

ZOMOESR BERERE. ENTE. SELAMN - SINES Other diseases :be:ort:riea\ll;il:spmental disorder with hypotonia and variable intellectual and behavioral

ZOMOESR BERERE. ENEE. FERTRRL. ASREE Other diseases z\lhe:r':g:z::::zaet?;l disorder with hypotonia, neonatal respiratory insufficiency, and

ZotDEE iR R 2 BE, E5E% Other diseases Neurodevelopmental disorder with impaired speech and hyperkinetic movements

ZOMHDESR i METADAITVRA Other diseases NEURODEVELOPMENTAL DISORDER WITH INFANTILE EPILEPTIC SPASMS

ZFDMDES ThEEEE) Other diseases Neurodevelopmental disorder with involuntary movements

ZDMDEER MERERE, SEEE - THEE Other diseases Neurodevelopmental disorder with language impairment and behavioral abnormalities

ZotDEE =, /NESE - REER Other diseases Neurodevelopmental disorder with microcephaly and dysmorphic facies

ZTOtDEE /NEESE - BASNIE - NI ERBIE Other diseases Neurodevelopmental disorder with microcephaly, arthrogryposis, and structural brain anomalies

ZDMDEER . NBEE, REH. fEiE Other diseases Neurodevelopmental disorder with microcephaly, cortical malformations, and spasticity

ZotDEE INEEfE, TADA., BER Other diseases Neurodevelopmental disorder with microcephaly, epilepsy, and brain atrophy

ZDMDEER NBBSE, EMERE, AIERMEELE Other diseases Neurodevelopmental disorder with microcephaly, hypotonia, and variable brain anomalies

ZFDHDES . /NEEfE. EERE. $1TER Other diseases Neurodevelopmental disorder with microcephaly, impaired language, and gait abnormalities

ZOMDER NEE. EERE. TANA. SHEE Other diseases aNbe:::r(:‘ea\IIiiilzsmenlal disorder with microcephaly, impaired language, epilepsy, and gait

ZDMDEE INBSE, TWVhA, REERE Other diseases Neurodevelopmental disorder with microcephaly, seizures, and cortical atrophy

FODEKEE HEREEE. EPHEE. REST. SHMEY Other diseases Neurodevelopmental disorder with movement abnormalities, abnormal gait, and autistic features

ZDiDEE HERERE. FHROUNER, +/-RIF Other diseases Neurodevelopmental disorder with nonspecific brain abnormalities and with or without seizures

ZFDHDES FREERE, +/- N, B, DBORE Other diseases Neurodevelopmental disorder with or without anomalies of the brain, eye, or heart

ZOMDER MEREEE. BENEMS & U/ E SR Other diseases aNbe:::r(:‘ea\IIiiilzsmenlal disorder with or without autistic features and/or structural brain

ZOMDER BEREEE. SRAKBNE. EHAS. T8 Other diseases ::;rit:‘::\t/elopmenlal disorder with or without hyperkinetic movements and seizures, autosomal

ZOMDER BEREEE. BREALH. EHAS. T8 Other diseases l!jl:;r;?yegvelopmenlal disorder with or without hyperkinetic movements and seizures, autosomal

ZoHhDEE MERERE, RELSTEE Other diseases Neurodevelopmental disorder with or without seizures and gait abnormalities

T D DEE £, +/-NEE, NEDBA Other diseases Neurodevelopmental disorder with or without variable brain abnormalities; NEDBA

ZDtDES MERERE, SEEE. FIEOTEAR Other diseases Neurodevelopmental disorder with poor language and loss of hand skills

ZFDHDES MR ERE. #THO/NEE. B, KNER Other diseases Neurodevelopmental disorder with progressive microcephaly, spasticity, and brain anomalies

ZTOtDEE FHRREEE ETHEEE NOERE Other diseases Neurodevelopmental disorder with progressive spasticity and brain white matter abnormalities

ZOMDESR EREEE AN NEE. DEONSBEY Other diseases Neurod.evelopmethal disorder with relative macrocephaly and with or without cardiac or
endocrine anomalies

ZDtDES BREERE RIESE - STEE Other diseases Neurodevelopmental disorder with seizures and speech and walking impairment

ZFDHDES HEXERE EEEHEE K Other diseases Neurodevelopmental disorder with severe motor impairment and absent language
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ZDtDEE BREERE SEBE EMER Other diseases Neurodevelopmental disorder with speech impairment and dysmorphic facies

T DEE BEREEE REEE NEE Other diseases Neurodevelopmental disorder with visual defects and brain anomalies

ZOMDER MEREEE S Fay Ry T, BHEEAMT S F—U R, +/-5E |Other diseases N.eurodev‘elopmen.KaI disorder, mitochondrial, with abnormal movements and lactic acidosis,
with or without seizures

ZDtDES IR FEE - 58 - MR - fEEAEIREE Other diseases Neurodevelopmental, jaw, eye, and digital syndrome

ZDMDER AR AR AE i 6 Y Other diseases Neurofibromatosis type 6

ZDtDES & Other diseases Neurofibromatosis-Noonan syndrome

ZDMDER i Other diseases Neurofibromatosis, familial spinal

ZDtDES & Other diseases Neurofibromatosis, type 1

ZDMDER RS B L BISE IR Y, Kaeser®! Other diseases Neurogenic scapuloperoneal syndrome, Kaeser type

ZDtDES iR R, Wob%k, BERES., HERSHMEFILIE Other diseases Neurologic, endocrine, and pancreatic disease, multisystem, infantile-onset

ZDMDER R BE Other diseases Neurological speech impairment

TDHDEE IR R R Other diseases Neuromuscular disease

ZDMDEER IR OA FUKRIRF/ Other diseases Neuronal ceroid lipofuscinosis

ZDtDES O/ FURIXF/ Other diseases Neuronal ceroid lipofuscinosis 1

ZDMDEER IR OA FUKRIRF/ Other diseases Neuronal ceroid lipofuscinosis 3

ZDtDES L0/ FURIXF/ Other diseases Neuronal ceroid lipofuscinosis 5

ZDMDER IR O4 FUKRIRF/ Other diseases Neuronal ceroid lipofuscinosis 6

ZDtDES O/ FURIXF/ Other diseases Neuronal ceroid lipofuscinosis 7

ZDMDER IR Of FUKRIRF/ Other diseases Neuronal ceroid lipofuscinosis 8

ZDtDES IR R R BTG, BB SCR Other diseases Neuronopathy, distal hereditary motor, type 5C

ZDMDER RIS R LB R E B9 Other diseases Neuronopathy, distal hereditary motor, type 9

Z DR AR AR IR B Other diseases NEUROOCULAR SYNDROME

ZDtDES —a—anF— EEHESHEEME. Russe! Other diseases Neuropathy, hereditary motor and sensory, Russe type

FDMDEE BB 6 E Other diseases Neuropathy, hereditary motor and sensory, type 6B

ZDMDER EENEEMEG c B, MR EHESES Other diseases Neuropathy, hereditary motor and sensory, type Vic, with optic atrophy

ZDtDES BE - BRI 1A Other diseases Neuropathy, hereditary sensory and autonomic, type 1A

ZDMDER —OAF—, BEHRE - BEEE Other diseases Neuropathy, hereditary sensory and autonomic, type VI

ZFDMDESR —a—OnF—, BEHRE - BR8N Other diseases Neuropathy, hereditary sensory and autonomic, type VII

ZDMDEER Za—0OnAF—, BEHRE - BEBEMN Other diseases Neuropathy, hereditary sensory and autonomic, type Vil

ZDMDES 17 S/ BEEEE Other diseases Neutral 1 amino acid transport defect

ZDtDEE AR ERTRE S A/ SF— Other diseases Neutral lipid storage myopathy

ZDMDEE SF P ERGERAME Other diseases Neutropenia

ZDMDER BEEAREFPEREDELELEEKENE Other diseases Neutropenia, severe congenital 1, autosomal dominant

ZDMDEE BEAXEFPERBAELELEESHE Other diseases Neutropenia, severe congenital, 7, autosomal recessive

ZDMDEER BEEAXREFPERFIESBEEERSHE Other diseases Neutropenia, severe congenital, 8, autosomal dominant

ZDMDES IFPERREFSEER Other diseases Neutrophil immunodeficiency syndrome

ZDMDES AEAREBE Other diseases Nevus sebaceous

ZDMDES B, ¥E Other diseases Nevus, woolly hair

ZDMDEER Nicolaides-BaraitserfiE {& & Other diseases Nicolaides-Baraitser syndrome

FDMDEE = - Evomai Other diseases Niemann-Pick disease type C1

ZDthDEE = s EvE. RE. #ER Other diseases Niemann-pick disease, intermediate, protracted neurovisceral

ZDMDEE fnd =T Other diseases Niemann-Pick disease, type A

ZDtDEE = - Ev o mBE Other diseases Niemann-Pick disease, type B

ZDMDES fnd =% Other diseases Niemann-Pick disease, type C

ZDtDEE ——3 - Evymei Other diseases Niemann-Pick disease, type C2

ZDMDES RREEEEREELR Other diseases Night blindness, congenital stationary, typeli

ZDMDES FA A~ VERREREES Other diseases Nijmegen breakage syndrome-like disorder

FDMDEE Nizon-Isidor SE{REE Other diseases Nizon-Isidor syndrome

ZDMDEER FREEETE Other diseases Non-obstructive azoospermia

ZDMDEE EEEMSIEE Other diseases Non-syndromic syndactyly

ZDMDEER FEHEEEEEMNES Other diseases Non-syndromic X-linked intellectual disability

ZDMDES X—F UREIREE 1R Other diseases Noonan syndrome 1

ZDtDEE X—F UfE(ERE 108! Other diseases Noonan syndrome 10

FDMDEE X—F UEREL1E Other diseases Noonan syndrome 11

ZDthDEE X—F UfEIRE 128 Other diseases Noonan syndrome 12

ZFDMDES X—F UREIEEE13R Other diseases Noonan syndrome 13

ZDtDES X—F VEIRE 2R Other diseases Noonan syndrome 2

ZFDMDES X —F UREIEEE3R Other diseases Noonan syndrome 3

ZDtDES X—F VREIREEAR Other diseases Noonan syndrome 4

ZFDMDES X —F UREIERES R Other diseases Noonan syndrome 5

ZDtDEE X—F VEiREE6R! Other diseases Noonan syndrome 6

ZFDMDES X—F UREIEEE 7R Other diseases Noonan syndrome 7

ZDtDES X —F VEIREESE! Other diseases Noonan syndrome 8

ZFDMDES X —F UREIEEEOR! Other diseases Noonan syndrome 9

ZDMDEER SRUEEFEMNDI X—F VR Other diseases Noonan syndrome with multiple lentigines

ZDDEE EEEBHMEREAMBEE S X—F VERBRER Other diseases Noonan syndrome-like disorder with juvenile myelomonocytic leukemia

ZDtDES X—F VERERER-HENLREHE Other diseases Noonan syndrome-like disorder with loose anagen hair

[ Foy e = R ——— p

FOtDEE EE'& BRESSREAMBEH S, HOVEHDENI —F VERRE Other diseases Noonan syndrome-like disorder with or without juvenile myelomonocytic leukemia

ZFDMDES J — 2 ON—VEIRE Other diseases Norman-Roberts syndrome

ZDMDEER FEH X k0 7 4 —North Carolina®! Other diseases North Carolina macular dystrophy

ZotDEE #ANS bV RYTHEERY (ATPEREER) RIBSE 1 Other diseases Nuclearly-encoded mitochondrial complex V (ATP synthase) deficiency 1

ZDtDES #BAS bV RY FHEERY (ATPEREER) RIBE2 Other diseases Nuclearly-encoded mitochondrial complex V (ATP synthase) deficiency 2

ZFDMDES BIE Other diseases Nyctalopia

ZDtDES ERIR Other diseases Nystagmus

ZotDEE 0O'Donnell-Luria-Rodan fE&EE Other diseases 0'Donnell-Luria-Rodan syndrome

ZDMDEER A Other diseases Obesity

ZFDMDES B, BRAE. FEEF Other diseases Obesity, hyperphagia, and developmental delay

ZDMDEER FAZEMERETIE Other diseases Obstructive azoospermia

ZOMNEE AR R 5 7 fiE Other diseases Ocular albinism

ZDtDES IREEEELR Other diseases Ocular albinism, type |

ZFDHDES BREY 9 fZ e 28! Other diseases Ocular albinism, type Il

ZDtDES BOVRTF4/—LR Other diseases Ocular cystinosis

ZFDHDES REREE7IILE =X L% Other diseases Oculocutaneous albinism type 1

ZDtDES IREKEE 7 I E =X L1R, BB Other diseases Oculocutaneous albinism type 1, temperature sensitive

ZFDHDES IREEE7IE=XL 18R, Other diseases Oculocutaneous albinism type 18

ZDtDES REREIE 7 )L E = X L35 Other diseases Oculocutaneous albinism type 3

ZFDHDES RERE[§ 7 )L E = X LsaF) Other diseases Oculocutaneous albinism type 4

ZDtDES IRIEASIRTLE Other diseases Oculodentodigital dysplasia

ZFDHDES SERRELERI ) —F Other diseases Oculogyric crisis

ZDtDES EREKEB)K1T Other diseases Oculomotor apraxia

ZDDEE HRER T EAEIRE Other diseases Oculootoradial syndrome

Z0HhDEE iR - B - BIEREE Other diseases OCULOSKELETODENTAL SYNDROME

ZFDHDES OTASEIZEE Other diseases Oculotrichoanal syndrome

ZDtDES B REMRERE Other diseases 0Odonto-onycho-dermal dysplasia

ZFDHDES HRBEERR 772 —HE Other diseases Odontohypophosphatasia

ZDtDES INOJE Other diseases Oguchi disease

ZFDHDES INO%E 2 Other diseases Oguchi disease 2

ZDMDEER X SH P OhdofE 1B Other diseases Ohdo syndrome, X-linked

ZFDHDES Okur-Chung f#Z F&:E A IR Other diseases Okur-chung neurodevelopmental syndrome

ZDtDES KB Other diseases Oligohydramnios

ZFDHDES ZRFE Other diseases Oligospermia

ZDtDES ZREMHTIT Other diseases Oligosynaptic infertility

ZFDHDES A —ITRBIBHET K Other diseases Olivopontocerebellar hypoplasia

ZDMDEE OlmstedfEIZEE 1 Other diseases Olmsted syndrome 1

ZFDHDES MEEE Other diseases Onychomycosis
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ZTDHDEE Other diseases Oocyte maturation defect

FDMDES Other diseases Oocyte maturation defect 3
ZTDHDEE Other diseases Oocyte maturation defect 4
FDHDES Other diseases Oocyte maturation defect 8

ZOMHNES BO

Other diseases

Open mouth

ZTohDEE Opitz G/BBB fEfEAF 1%

Other diseases

Opitz GBBB syndrome, type |

ZTDHDEE Opitz G/BBB JE{&E# 25!

Other diseases

Opitz GBBB syndrome, type Il

ZDMDES RREESE B R RAE

Other diseases

Opsismodysplasia

TOmOESE  |mneEes

Other diseases

Optic atrophy

ZDMDES | R AR ERE 3

Other diseases

Optic atrophy 3

TOhORE  |BmEsEES

Other diseases

Optic atrophy 5

ZOthDEE YA T ADBEEREH S REEMELE

Other diseases

Optic atrophy with negative electroretinograms

S, -
TOMOEE  |wp mmmE. S50 — EBAR. Sa—0/5F—

Other diseases

Optic atrophy with or without deafness, ophthalmoplegia, myopathy, ataxia, and neuropathy

ZOMHNES | RHEEE R L—F

Other diseases

Optic disc drusen

ZDMDES | R AEE R AL,

Other diseases

Optic nerve hypoplasia, bilateral

TOmOESE  |mnEEs

Other diseases

Optic neuropathy

ZOthDEE FTN=FUT 3/ BEBERRAREE

Other diseases

Ornithine aminotransferase deficiency

Z0HhDEE EEE A EEMERIE 1 1

Other diseases

Orofacial cleft 11

ZDMDES BRI MIRIE ~DEZE 6

Other diseases

Orofacial cleft 6, susceptibility to

ZoHDEE O - BEM - EERE AR Other diseases Orofacial-digital syndrome IV
ZDMDER o- - JRAEIRBE¥18 B Other diseases Orofaciodigital syndrome 18
ZDtDES o- - fEMEIRERY Other diseases Orofaciodigital syndrome |
ZDMDER o- - JREIREE 6 Y Other diseases Orofaciodigital syndrome type 6
ZDtDES o- - EEIRBE S R Other diseases Orofaciodigital syndrome V
ZDMDER o- - FRIEIREE1 4 R Other diseases Orofaciodigital syndrome xiv
TDHDEE 40y bERRREE Other diseases Orotic aciduria

ZDMDER R EEMmEL Other diseases Orthostatic hypotension 1
TDHDEE BB HME Other diseases Osteochondritis dissecans
ZDMDEER BREEME Other diseases Osteochondrodysplasia

ZODEE BEAE AR (R AT

Other diseases

Osteocraniostenosis

ZDMDES BEMBEBNALELIR

Other diseases

Osteodysplastic primordial dwarfism, type 1

ZODEE BERERMRE

Other diseases

) lophonic dyspl.

Bk, REZEESREAMESREBRA

Other diseases

Osteomyelitis, sterile multifocal, with periostitis and pustulosis

BEREEH D REEBRE

Other diseases

Osteopathia striata with cranial sclerosis

BRAE Other diseases Osteopenia

BREEHET Y F— R EHS BHEEE Other diseases Osteopetrosis with renal tubular acidosis
BHERE EEEARSMHES Other diseases Osteopetrosis, autosomal recessive 5
BHEE BEBRSMS Other diseases Osteopetrosis, autosomal recessive 8
REREBELSES BHEEE Other diseases Osteoporosis with pseudoglioma

BRI ERIRERRE Other diseases Osteosclerotic metaphyseal dysplasia
hER Other diseases Otitis media

H—O#&—fEFERE1E

Other diseases

Oto-palato-digital syndrome, type |

H—OZF—{ERHFERRE

Other diseases

Oto-palato-digital syndrome, type Il

B EATARDAE(REE 1

Other diseases

Otofaciocervical syndrome 1

EHMEABMEMAIE (OSMED), EiEE

Other diseases

Otospondylomegaepiphyseal dysplasia, autosomal dominant

EEMEXBIRENHE (OSMED), LR

Other diseases

Otospondyl iphyseal dysplasia, autosomal recessive

RkE, K7 O7H

Other diseases

Ovalocytosis, southeast Asian

JREXT0 Other diseases Ovarian cyst

IREERRL Other diseases Ovarian dysgenesis 1

INEY AT Other diseases Ovarian dysgenesis 4
INEERRT Other diseases Ovarian dysgenesis 7
BEICIFNAALEES Other diseases Overfolding of the superior helices
BRE Other diseases Overgrowth

SER MR RIBHAEL Other diseases Pachyonychia congenita 1
SRR R B i 2 Other diseases Pachyonychia congenita 2

SERME TR R BEAE3S Other diseases Pachyonychia congenita 3
SRR R B fE4 Other diseases Pachyonychia congenita 4

Other diseases

Paget disease of bone 2, early-onset

Other diseases

Paget disease of bone 3

Other diseases

Pain

Other diseases

Pain insensitivity

Pallister-Hall fE{% %

Other diseases

Pallister-Hall syndrome

FEREKBELE Other diseases Palmoplantar blistering

SLHARE Other diseases Palmoplantar keratoderma

EWARE, K. B, BE Other diseases Palmoplantar keratoderma i, striate, focal, or diffuse
SR AL SR IR A Other diseases Palmoplantar keratoderma-deafness syndrome

EIARIE, Bothnian®!

Other diseases

Palmoplantar keratoderma, Bothnian type

EWARE, RIBE

Other diseases

Palmoplantar keratoderma, nagashima type

S RE, BT 1

Other diseases

Palmoplantar keratoderma, nonepidermolytic, focal 1

EWARLE, BT, 8T

Other diseases

Palmoplantar keratoderma, nonepidermolytic, focal or diffuse

EHRARE SR 1A

Other diseases

Palmoplantar keratoderma, punctate type 1A

BRI AR 1 Other diseases Pancreatic agenesis 1

BER Other diseases Pancreatic cysts

BERA VR ) VEEEBERRNS WES Other diseases Pancreatic insulin-producing neuroendocrine tumor
BEHEY Other diseases Pancreatic Neoplasms

B Other diseases Pancreatitis

SR BRE A E Other diseases Pancytopenia

Papillon-Lefévre fEIREE Other diseases Papillon-Lefv®vre syndrome

Ef Other diseases Papule

TOmOESE  |EREnE

Other diseases

Paraganglioma

ZDMDEE RS

Other diseases

Paragangliomas 1

TOMOESE  |EmmnEs

Other diseases

Paragangliomas 5

ZDtDES FEXM/85 4k =—von Eulenburg®!

Other diseases

Paramyotonia congenita of von Eulenburg

ZOMDEE RN AE

Other diseases

Parastremmatic dwarfism

Z0HhDEE Bl AR IRIE

Other diseases

Parathyroid adenoma

ZOMDEE BEE

Other diseases

Paresthesia

ZTDMDEE Parkinson &

Other diseases

Parkinson disease

T D DEE Parkinson 3% 1

Other diseases

Parkinson disease 1

FDMDEE Parkinson & 1 4

Other diseases

Parkinson disease 14

T D DEE Parkinson & 1 5

Other diseases

Parkinson disease 15

ZTDMDEE Parkinson & 1 9 a4 &

Other diseases

Parkinson disease 19a, juvenile-onset

T D DEE Parkinson ¥ 2

Other diseases

Parkinson disease 2

ZTDHMDEE Parkinson %2 0 . BFHE

Other diseases

Parkinson disease 20, early-onset

T D DEE Parkinson 5 2 3. HEBEELME, BHRR

Other diseases

Parkinson disease 23, autosomal recessive early-onset

ZTDHDEE Parkinson 5 6 . HRBALMY, BT

Other diseases

Parkinson disease 6, autosomal recessive early-onset

T D DEE Parkinson 3% 7

Other diseases

Parkinson disease 7

FDDEE Parkinson 75 8 . EREKEM

Other diseases

Parkinson disease 8, autosomal dominant

ZOMDEE N—=% Y URBHEREIRRE

Other diseases

Parkinson-dementia syndrome

ZOMHNES N=FVYZZL-DR=T, FLEH

Other diseases

Parkinsonism-dystonia, infantile

ZDDEE N=FVYZZXL-SRA=7, URH

Other diseases

Parkinsonism-dystonia, infantile, 1

Z0HhDEE REMORXRTT

Other diseases

Paroxysmal dyskinesia

ZOMDEE FAE RIS

Other diseases

Paroxysmal extreme pain disorder

Z0HhDEE REMEHFEE SRR DT

Other diseases

Paroxysmal kinesigenic dyskinesia

ZOMDEE REMIBHRESRFRTT

Other diseases

Paroxysmal non-kinesigenic dyskinesia

Z0HhDEE REMIBHEESRXRTT

Other diseases

Paroxysmal nonkinesigenic dyskinesia 1

Z0MDEE REMEBHRME ORI RT3, +/-2RTANA

Other diseases

Paroxysmal nonkinesigenic dyskinesia, 3, with or without generalized epilepsy
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ZTDHDEE | BR /514 B B A Other diseases Partial albinism
FDMDES BHRET Y FOY ORI Other diseases Partial androgen insensitivity syndrome
ZTothDEE SR EEE SRS RIBIE Other diseases Partial congenital absence of teeth
I ——— - — — %
ZOthDEE ;Z;\;EJ:}/ IT=2 D4 RATFURLLES YRI5 —HE Other diseases Partial hypoxanthine-guanine phosphoribosyltransferase deficiency
ZDMDER BAMEHERERE., AXMEONE. BEEHERE Other diseases Partial lipodystrophy, congenital cataracts, and neurodegeneration syndrome
ZTDHDEE BRERBRE Other diseases Patellar dislocation
ZDMDER BREBEMR Other diseases Patellar hypoplasia
ZTDHDEE SR FLERTE Other diseases Patent foramen ovale
ZDMDER BRI Other diseases Pathologic fracture
TDHDEE 18H9 Other diseases Pectus carinatum
ZDMDES ] Other diseases Pectus excavatum
ZDtDES RIS RIBAEIREE 1 Other diseases Peeling skin syndrome 1
ZDMDEER RIS HIBAEIREE 2 Other diseases Peeling skin syndrome 2
ZOHhDEE PEHO JE{RE¥ Other diseases PEHO syndrome
ZDMDEER RILFI - Ty FEREE Other diseases Pelger-Huv't anomaly
TDHDEE Pelizaeus-Merzbacherf& Other diseases Pelizaeus-Merzbacher disease
ZDMDER Pena-Shokeir fE & E Other diseases Pena-Shokeir syndrome type |
FDHDER Ry KLy FERE Other diseases Pendred syndrome
ZDMDER PERCHING JEf& B Other diseases PERCHING syndrome
FDMDEE BEE A% 1 Other diseases Periodontitis, aggressive, 1
ZDMDER ERIE ESLT e Other diseases Peripheral axonal neuropathy
ZOMOES 35#.' ERRREME = 1 —O/NF—. PIRES T U LfE. WaardenburgfEIREE Other diseases Pgripheral dem‘yelinating neuropathy, central dysmyelination, Waardenburg syndrome, and
._Hirschsprungf® Hirschsprung disease
ZDtDES RABERREE Other diseases Peripheral demyelination
ZDMDER R HEES Other diseases Peripheral neuropathy
ZTOthDEE KBRS, BRERSE, +/—HNRERS Other diseases Peripheral neuropathy, autosomal recessive, with or without impaired intellectual development
FDMDESE KAEMREE, SANNS—, B, #EE Other diseases Peripheral neuropathy, myopathy, hoarseness, and hearing loss
ZTohDEE K2 T VB Other diseases Peripheral Schwannoma
ZDHDEE RIHERTEE Other diseases Peripheral visual field loss
ZDMDER ZNKE, I EDRR Other diseases Perisylvian polymicrogyria
ZTDMDEE iR Other diseases Peritonitis
ZTohDEE fipd 2 /) B 9 B R AL Other diseases Periventricular leukomalacia
ZDMDEE EIEEL S Other diseases Periventricular nodular heterotopia
ZDMDEER b 2= B B A T T R SRR 1 Other diseases Periventricular nodular heterotopia 1
ZDMDES EISELS S A Other diseases Periventricular nodular heterotopia 7
ZDMDEER i 2= FE R4S BT I R AL O Other diseases Periventricular nodular heterotopia 9
FDMDEE IN— )L UFEIEEE Other diseases Perlman syndrome
ZTDhDEE KA R HEPR R Other diseases Permanent neonatal diabetes mellitus
ZTDMDEE FKAFTAE R PR 1 Other diseases Permanent neonatal diabetes mellitus 1
ZOhDEE KA R PR 2 Other diseases Permanent neonatal diabetes mellitus 2
ZTDMDEE KA R PR 3 Other diseases Permanent neonatal diabetes mellitus 3
ZOhDEE KA R PR 4 Other diseases Permanent neonatal diabetes mellitus 4
ZDMDES BB EMR Other diseases Peroneal muscle atrophy
ZDMDER RIVAF Y —LT VIL-CoAt F L5 —ERIEBE Other diseases Peroxisomal acyl-CoA oxidase deficiency
ZTDMDEE RUVFFD Y —LEE Other diseases Peroxisomal disorder
ZDMDER NRAF Y —LEREFEIELA Other diseases Peroxisome biogenesis disorder 10A
ZTDMDEE NAFD Y —LRBEEAELA Other diseases Peroxisome biogenesis disorder 11A
ZDMDEER NRAF LV —LERERIELA Other diseases Peroxisome biogenesis disorder 12A
ZTDMDEE NWA XY — LR R EAEL4B Other diseases Peroxisome biogenesis disorder 148
ZDMDEER NRAF DV —LERERIELA zellweger Other diseases Peroxisome biogenesis disorder 1A (Zellweger)
ZTDHDEE NWAFLY—LRBREEAELR Other diseases Peroxisome biogenesis disorder 1B
ZDMDER NRIAF DY —LBREREE2A zellweger Other diseases Peroxisome biogenesis disorder 2A (Zellweger)
ZTDMDEE NWAFD Y — LR REAEB Other diseases Peroxisome biogenesis disorder 2B
ZDMDER NA XV —LEREREA Other diseases Peroxisome biogenesis disorder 3A
ZFDMDES NIVAF Y — LIREEE4a zellweger Other diseases Peroxisome biogenesis disorder 4a (zellweger)
ZDMDEER NA XV —LERERAE4B Other diseases Peroxisome biogenesis disorder 4B
ZFDMDES NIVAF Y — LR EEESa zellweger Other diseases Peroxisome biogenesis disorder 5a (zellweger)
ZDMDER NA XV —LEBRERAESB Other diseases Peroxisome biogenesis disorder 5B
ZotDEE NRIAF Y —LBREEEA Other diseases Peroxisome biogenesis disorder 6A
ZDMDEER NA XV —LEREREB Other diseases Peroxisome biogenesis disorder 6B
ZFDMDES NI F O V—LEREEETIA Other diseases Peroxisome biogenesis disorder 7A
ZDMDEER NA XV —LEBRERAETB Other diseases Peroxisome biogenesis disorder 7B
ZotDEE NRIAF Y —LBRERESA Other diseases Peroxisome biogenesis disorder 8A
ZDMDEER NA XV —LERERAESB Other diseases Peroxisome biogenesis disorder 8B
ZotDEE NIVAF Y — LHBREEESB Other diseases Peroxisome biogenesis disorder 98
ZDMDEER RWAF LV —LEREREEIBER Other diseases Peroxisome biogenesis disorder type 3B
ZFDMDES NIVAF Y — LIBREEIE Zellweger SRR Other diseases Peroxisome biogenesis disorders, Zellweger syndrome spectrum
ZDMDEER Perrault fE{ZE Other diseases Perrault syndrome
ZFDMDES Perrault FE{EEE1 Other diseases Perrault syndrome 1
ZDMDEER Perrault fE{%E$2 Other diseases Perrault syndrome 2
ZFDMDES Perrault E{EEE3 Other diseases Perrault syndrome 3
ZDMDEER Perrault fE{ZE¥4 Other diseases Perrault syndrome 4
ZFDMDES E— RIS FIABRRERE Other diseases Persistent hyperplastic primary vitreous
ZDMDEER FE—REFHRBRERERE. BEBEKRSH Other diseases Persistent hyperplastic primary vitreous, autosomal recessive
ZotDEE FGTE S 2 S5 —BEIRE Other diseases Persistent Mullerian duct syndrome
ZDMDEER MR DZEL Other diseases Personality changes
ZOMNEE Lz Other diseases Pes cavus
ZDMDEER RBER Other diseases Pes planus
ZFDMDES NRE Other diseases Pes valgus
ZDMDEER Peters plusfiE{Z & Other diseases Peters plus syndrome
ZFDHDES Pettigrew SE{ZEE Other diseases Pettigrew syndrome
ZDMDEE PfeifferfE{& B 15 Other diseases Pfeiffer syndrome, type Il
ZFDHDES PHACE fE{ZEE Other diseases PHACE syndrome
FDHDESR RAKRI/ —ILELEVEBALRF X F—ERIBE. MIENE Other diseases Phosphoenolpyruvate carboxykinase deficiency, cytosolic
ZFDHDES KRR ) VEBKRBERRIEBE Other diseases Phosphoglycerate dehydrogenase deficiency
ZothDEE RRAKRYRILED) VEBARBROREEL Other diseases Phosphoribosylpyrophosphate synthetase superactivity
ZDDEE RRKE) Y TS/ REBBERRIEE Other diseases Phosphoserine aminotransferase deficiency
ZDtDES ER Other diseases Photophobia
ZOMHDEE KB ERM R RE Other diseases Photosensitive tonic-clonic seizures
ZDMDEE 74 3 VEITER Other diseases Phytanic acid storage disease
ZOMHDEE Evy& Other diseases Pick disease
ZDMDEER PierpontfE 1 & Other diseases Pierpont syndrome
ZFDHDES PiersonfiE{&EE Other diseases Pierson syndrome
ZDtDES LHEREFSBREFEES, XEHENE Other diseases Pigmentary disorder, reticulate, with systemic manifestations, X-linked
ZFDHDES BRERERESE Other diseases Pigmentary pallidal degeneration
ZDtDES BEERESA FOT4— Other diseases Pigmentary retinal dystrophy
ZFDHDES BREREE Other diseases Pigmentary retinopathy
ZDMDEER REEERHEGHBREERE Other diseases Pigmented nodular adrenocortical disease, primary, 1
ZFDHDES B EEEAREIREREERE Other diseases Pigmented paravenous chorioretinal atrophy
ZDMDEE PIK3CARSEBRERARY FS L Other diseases PIK3CA related overgrowth spectrum
ZFDHDES E - bILT o SEEEIRE Other diseases Pili torti-deafness syndrome
ZDtDES EXAER 2K MEE Other diseases Pilocytic astrocytoma
ZFDHDES Pitt-HopkinsiE & & Other diseases Pitt-Hopkins syndrome
ZDMDEE Pitt-HopkinsHREIZ B 1 Other diseases Pitt-Hopkins-like syndrome 1
ZFDHDES TEARES . EHE Other diseases Pituitary adenoma 3, multiple types
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ZDtDEE TEAIRES . EHE Other diseases Pituitary adenoma 5, multiple types

T DEE TEKIRE. Rk, 5T Other diseases Pituitary adenoma, familial isolated
ZDtDEE EERNTEARRILEVDMTSE Other diseases Pituitary hormone deficiency, combined
ZDDEE HEERTEARRILE VDB 2 Other diseases Pituitary hormone deficiency, combined 2
ZDtDES |EERTEARIVE VD BTLAE 1 Other diseases Pituitary hormone deficiency, combined, 1
ZDMDER TEAEEPIRERE Other diseases Pituitary stalk interruption syndrome
ZDtDES EAEAEHMES Other diseases Pityriasis rubra pilaris

ZDMDER PLA2GERE:E iR ZE 1 Other diseases PLA2G6-associated neurodegeneration
ZDtDES FITERE Other diseases Plagiocephaly

ZTohDEE TSR3/ —F U RIEEIR Other diseases Plasminogen deficiency, type |

FDMDESE SFEEERIEINIC K B M/MRER S RENEMERESKS Other diseases Platelet abnormalities with eosinophilia and immul iated inflammatory disease
ZDMDER M/ REE S EIVE RIBE Other diseases Platelet glycoprotein IV deficiency
ZDtDES /MR R B 15 Other diseases Platelet-type bleeding disorder 15
ZDMDEER I /MRE i AR B 16 Other diseases Platelet-type bleeding disorder 16
ZDtDES im/hRE R E18 Other diseases Platelet-type bleeding disorder 18
ZDMDEER 1 /MR EL i 4 7R 8 20 Other diseases Platelet-type bleeding disorder 20
ZDtDES /N REH MR ES Other diseases Platelet-type bleeding disorder 8

ZDMDER = PR R ARE, Torrance B Other diseases Platyspondylic dysplasia, Torrance type
ZDtDES EMHEREMMEE Other diseases Pleomorphic xanthoastrocytoma

ZDMDES a7k Other diseases Pleural effusion

ZTDHDEE BRI R RIS Other diseases Plexiform neurofibroma

ZDMDES ) Other diseases Pneumothorax

ZDtDES RREREBREE Other diseases Pneumothorax, primary spontaneous
ZDMDER SFPERRAE F S SRS EMEAE Other diseases Poikiloderma with neutropenia

ZTOthDEE SR EEME. BEMEREE. BB, IS4/ — MiRE Other diseases Poikiloderma, hereditary fibrosing, with tendon contractures, myopathy, and pulmonary fibrosis
TDHDEE Kofet bAA Other diseases Pointed chin

ZDMDER Poirier-Bienvenu % & fE (X B Other diseases Poirier-Bienvenu neurodevelopmental syndrome
FDMDEE Pol NESEBRBCR AT 14— Other diseases Pol Ill-related leukodystrophy

ZDMDEER POLGESERARY RS LEE Other diseases POLG-Related Spectrum Disorders
ZDHDEE BE Other diseases Poliosis

ZDMDER 2 BRI R MBI (R A Other diseases Polyagglutinable erythrocyte syndrome
ZTDMDEE Ed ik P Other diseases Polyarticular arthritis

ZDMDER SRENTE Other diseases Polycystic kidney disease

ZDMDEE SEBRTIE2 Other diseases Polycystic kidney disease 2

ZDMDEER SREMETRE3 Other diseases Polycystic kidney disease 3

ZDMDES SEBRTIES Other diseases Polycystic kidney disease 4

ZDMDEER SREMTIES Other diseases Polycystic kidney disease 5

ZDMDES LR BIE fE6+/-FT LRI Other diseases Polycystic kidney disease 6 with or without polycystic liver disease
ZDMDEER SREMTERAR Other diseases Polycystic kidney disease, adult type

ALt B ERNE 2 4 5 2 Rt RRIE I B R R AAE 1

Other diseases

Polycystic lipomembranous osteodysplasia with sclerosing leukoencephalopathy 1

ALt O EANE % 4 5 S BRI B R REE 2

Other diseases

Polycystic lipomembranous osteodysplasia with sclerosing leukoencephalopathy 2

% BiGE

Other diseases

Polycystic liver disease

K % EAIE 1 Other diseases Polycystic liver disease 1

B % $hadE 2 Other diseases Polycystic liver disease 2

A2 ERE 3+/-BER Other diseases Polycystic liver disease 3 with or without kidney cysts
£ A 4 +/- B %ha Other diseases Polycystic liver disease 4 with or without kidney cysts
% i/ 75 MBI AN iE Other diseases Polycythemia

HESME Other diseases Polycythemia vera

E2i-thd Other diseases Polydactyly

B IRAEa7R Other diseases Polydactyly, postaxial, type a7

BB IEAEaE Other diseases Polydactyly, postaxial, type A8

SRt B REERELE Other diseases Polyglandular autoimmune syndrome, type 1

RYTNIAY U IMES AR —1+/-BETE

Other diseases

Polyglucosan body myopathy 1 with or without immunodeficiency

RYTNayiMES AL —2

Other diseases

Polyglucosan body myopathy 2

¥KBZ Other diseases Polyhydramnios

¥FKiB% EBE. EERETANA Other diseases Polyhydramnios, megalencephaly, and symptomatic epilepsy
EZNHE] Other diseases Polymicrogyria

EN I EESSEa Other diseases Polymicrogyria, asymmetric

% /N [E), B TR ZE Other diseases Polymicrogyria, bilateral frontoparietal

S vii[E, m A EETRE, BB RS Other diseases Polymicrogyria, bilateral perisylvian, autosomal recessive
2N [E), A4 EE S Other diseases Polymicrogyria, bilateral temporooccipital

EWMHAE SR LOT 4 —

Other diseases

Polymorphous corneal dystrophy

SR-_a—n/F— HEE EHKH BEERENE. ANE

Other diseases

Polyneuropathy, hearing loss, ataxia, retinitis pigmentosa, and cataract

RU—T, BHME - BRUEXEEREE. B

Other diseases

Polyps, multiple and recurrent inflammatory fibroid, gastrointestinal

BNER AR 1E Other diseases Pontocerebellar hypoplasia type 1
BNBE R IARL Other diseases Pontocerebellar hypoplasia type 1A
B/NE RS L 2 AR Other diseases Pontocerebellar hypoplasia type 2A
BNBIERZ K 2 BEY Other diseases Pontocerebellar hypoplasia type 28
1B/N{ERS A 2 DEY Other diseases Pontocerebellar hypoplasia type 2D
BNBIER R 3 E Other diseases Pontocerebellar hypoplasia type 3
BNER R 4 B Other diseases Pontocerebellar hypoplasia type 4
BNBER R S B Other diseases Pontocerebellar hypoplasia type 5
B/NERS R 6 B Other diseases Pontocerebellar hypoplasia type 6
BIMRE R Ak 8 BY Other diseases Pontocerebellar hypoplasia type 8
ZTOthDEE BBIER AR, HRIRIE. FFRTBOEEHER Other diseases Pontocerebellar hypoplasia, hypotonia, and respiratory insufficiency syndrome, neonatal lethal
ZDMDEER HB/NERS 1 0 BY Other diseases Pontocerebellar hypoplasia, type 10
ZotDEE BMBER AL 18 Other diseases Pontocerebellar hypoplasia, type 11
ZDMDEER 1B/ E RS 1 3 Y Other diseases Pontocerebellar hypoplasia, type 13
ZFDMDES BNBIER KL B Other diseases Pontocerebellar hypoplasia, type 1b
ZDMDEER B/NE RS R 2 ERY Other diseases Pontocerebellar hypoplasia, type 2e
ZFDHDES BNBIERK2 f B Other diseases Pontocerebellar hypoplasia, type 2f
ZDtDES BNER R 7 B Other diseases Pontocerebellar hypoplasia, type 7
ZFDHDES BBIERR O R Other diseases Pontocerebellar hypoplasia, type 9
ZDtDES JEFEARVERS/NRERE AL Other diseases Pontoneocerebellar hypoplasia
ZFDHDES BEBERA Other diseases Popliteal pterygium syndrome
ZDtDES FLER Other diseases Porencephalic cyst
ZFDHDES FLANAE Other diseases Porencephaly
ZDtDES FLARfE2 Other diseases Porencephaly 2
ZFDHDES Poretti-Boltshauser fE{ZEE Other diseases Poretti-Boltshauser syndrome
ZDtDES FAMAILE3, BREEREELRNE Other diseases Porokeratosis 3, disseminated superficial actinic type
ZFDHDES STFAAIEE7. HHE Other diseases Porokeratosis 7, multiple types
ZDtDES BRFEMERERIL T 14 1) VaELR Other diseases Porphyria cutanea tarda, type |
ZFDHDES JEEEMFIIREFERE Other diseases Portal hypertension, noncirrhotic
ZDtDES %S IEE Other diseases Postaxial foot polydactyly
ZFDHDES HEBMFIRSIRE Other diseases Postaxial hand polydactyly
ZDtDES HEABIBAE AL Other diseases Postaxial polydactyly type A1
ZFDHDES BHERMAIAE - BEARENE Other diseases Posterior column ataxia-retinitis pigmentosa syndrome
ZDtDES BAEERMABRCS A rOT4—3 Other diseases Posterior polymorphous corneal dystrophy 3
ZFDHDES BAAERIEANIL=T Other diseases Posterolateral diaphragmatic hernia
ZDtDES AR BHRRE Other diseases Postmenopausal osteoporosis
ZFDHDES EREEEE Other diseases Postnatal growth retardation
ZDtDES HAEK/INERE Other diseases Postnatal microcephaly
ZFDHDES ZOREEE Other diseases Postural instability
ZTDHMDEE RO Other diseases Postural tremor
ZDDEE h) o LB REE Other diseases Potassium-aggravated myotonia
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ZFDMDEE Potocki-Lupski E{REE Other diseases Potocki-Lupski syndrome

ZODEE J Lttt atE ) >/t B MmE Other diseases Pre-B-cell acute lymphoblastic leukemia
ZFDMDEE Hidh % HEIE 4 Other diseases Preaxial polydactyly 4

FDHDES BEHERE, Bt Other diseases Precocious puberty in males

ZDtDES BEHERE. Pib 1 Other diseases Precocious puberty, central, 1
ZDMDER BEHERE, Pib 2 Other diseases Precocious puberty, central, 2
ZDtDES FERRIEDEIE 1 Other diseases Preimplantation embryonic lethality 1
ZDMDER TLAhUs LA U RIBE Other diseases Prekallikrein deficiency

FDMDEE ERIRE Other diseases Prelingual sensorineural hearing impairment
ZDMDER B#. Penttinen®! Other diseases Premature aging syndrome, Penttinen type
TDHDEE BiE Other diseases Premature birth

ZDMDER BERUELEERIHERE Other diseases Premature chromatid separation trait
ZDtDES HAE Other diseases Premature graying of hair

ZTohDEE BERUMETS Other diseases Premature ovarian failure

TDHDEE BERUMETE1 Other diseases Premature ovarian failure 1

ZTohDEE BEREMETSI10 Other diseases Premature ovarian failure 10

TDHDEE BRUEMETE11 Other diseases Premature ovarian failure 11

ZTohDEE BERUMETS19 Other diseases Premature ovarian failure 19

TDHDEE BERUEMETES Other diseases Premature ovarian failure 8

ZDMDER ERMEINEBETS Other diseases Premature ovarian insufficiency
FDMDEE i & B IKERE Other diseases Pretibial epidermolysis bullosa
ZDMDER & R St/ NEESE Other diseases Primary autosomal recessive microcephaly
FDMDEE o TR S /NEESE 1 Other diseases Primary autosomal recessive microcephaly 1
ZDMDER w R FM/NEEE1 O Other diseases Primary autosomal recessive microcephaly 10
FDMDEE o IR S /NBESE 2 Other diseases Primary autosomal recessive microcephaly 2
ZDMDER & R St /NEBSE 3 Other diseases Primary autosomal recessive microcephaly 3
FDMDEE o IR S /NEESE 4 Other diseases Primary autosomal recessive microcephaly 4
ZDMDER = R F 4 /NEBSE 5 Other diseases Primary autosomal recessive microcephaly 5
FDMDEE o IR S /NEESE 6 Other diseases Primary autosomal recessive microcephaly 6
ZDMDEER BREARSHERIEMS/NEE 7 Other diseases Primary autosomal recessive microcephaly 7
ZFDDESR HEEESERFEE/NELE 9 Other diseases Primary autosomal recessive microcephaly 9
ZDtDEE EES Other diseases Primary ciliary dyskinesia

Other diseases

Primary ciliary dyskinesia 23

REUEREEDTEEM

Other diseases

Primary ciliary dyskinesia 24

RFEEREETH T LS Other diseases Primary ciliary dyskinesia 25

FRHEME AXERAE Other diseases Primary congenital glaucoma

[RFME FTIEAE Other diseases Primary erythromelalgia

EPORBARELRIC & HRFEMRIEN FRMBRIGIMNAE Other diseases Primary familial polycythemia due to EPO receptor mutation
BEHRMES S 2 JEERIE Other diseases Primary hyperoxaluria

BHEMES S 1 VBRELR Other diseases Primary hyperoxaluria, type |

RHEMS S 2 IBRER Other diseases Primary hyperoxaluria, type Il

BRHEMES S 1 DBREIR Other diseases Primary hyperoxaluria, type Il

R 56 14 B FP AR AR AR B ST E

Other diseases

Primary hyperparathyroidism

RFE BAEBRAEE, BREKSE

Other diseases

Primary hypertrophic osteoarthropathy, autosomal recessive 2

BHEREETY R LI Other diseases Primary hypor
| RSt FARIRIEEIE TE Other diseases Primary hypothyroidism
RFEHE . Primary interstitial lung disease specific to childhood due to pulmonary surfactant protein
TOBDER  |iiy—vr s8> ks BREEC L DIREEOME S | O eases anomalies
ZDMDEE EEREERBEEE7Z SO F—2X Other diseases Primary localized cutaneous amyloidosis 1
ZDMDEER R FREARAE Other diseases Primary open angle glaucoma
ZDMDEE [RFME EITHLREE Other diseases Primary progressive aphasia
ZDMDEER JER S 14 it e 1 [ i / B 3 4 A s 10 [ 1 Other diseases Primary pulmonary hypertension 1
ZDMDES RFE MM EE/ RS LE 2 Other diseases Primary pulmonary hypertension 2

VB 51 25 1 /I 5 P S L ©

Other diseases

Primary pulmonary hypertension 3

BESRNREEER Other diseases Profound global developmental delay
EEREEEE Other diseases Profound hearing impairment
£ BEEHER Other diseases Progeroid facial appearance

ZTOhDEE ETERGEHHET Other diseases Progressive distal muscle weakness
FOtDEE HETHSNRGFE-S ba Y K 7ONARK, L BKEN, 6 Other diseases Progressive external ophthalmoplegia with mitochondrial DNA deletions, autosomal dominant 6
FOtDEE ETHSNRBFE-S b2 K 7ONARK, BEEEKSHE, 1 Other diseases Progressive external ophthalmoplegia with mitochondrial DNA deletions, autosomal recessive 1
FOtDEE HETHSNRBFE-S bO Y K 7ONARK, BEEASHE, 2 Other diseases Progressive external ophthalmoplegia with mitochondrial DNA deletions, autosomal recessive 2
ZOtDEE HEATHESMNRAFRRE-S b2 Y K 7ONARK, BEBHARSHE, 4 Other diseases Progressive external ophthalmoplegia with mitochondrial DNA deletions, autosomal recessive 4
ZFDMDES HEITHEREMERFREHT S o #E2 Other diseases Progressive familial intrahepatic cholestasis 2
ZDMDEER HETHEREMERFRAET S S #E 3 Other diseases Progressive familial intrahepatic cholestasis 3
ZotDEE HEATIEREEE Other diseases Progressive hearing impairment
ZDMDEER T INEBAE Other diseases Progressive microcephaly
ZDtDEE HEITHE S AV O —XXTALA Other diseases Progressive myoclonic epilepsy
ZDMDEER EBRLREEESETE SAVD—XRTANA Other diseases Progressive myoclonus epilepsy with ataxia
ZFDMDES HETHEBIEEHR Other diseases Progressive myositis ossificans
ZDMDEER ETHEBREMRR Other diseases Progressive osseous heteroplasia
ZFDMDES HETEARI S Other diseases Progressive proximal muscle k
ZDMDEER ETHEBMEY IR TFHREBEMRE Other diseases Progressive pseudorheumatoid dysplasia
ZFDMDES HEITHETE Other diseases Progressive ptosis
ZDMDEER ETHEBEESEE SR AT 4 — Other diseases Progressive sclerosing poliodystrophy
ZotDEE 1 Other diseases Progressive sensorineural hearing impairment
ZDtDES Other diseases Progressive spinal muscular atrophy
ZotDEE 1 Other diseases Progressive supranuclear ophthalmoplegia
ZDMDEER HEITHERBA Other diseases Progressive visual loss
ZFDHDES J0S5 5 FUEETERRE Other diseases Prolactin-producing pituitary gland adenoma
ZDtDES Jo) 5—ERIEBE Other diseases Prolidase deficiency
ZFDHDES EEENEES - KERE—KEBEEER Other diseases Proliferative vasculopathy and hydranencephaly-hydrocephaly syndrome
ZDtDES HMEBRER Other diseases Prolonged bleeding time
ZOMHDEE QTR R Other diseases Prolonged QT interval
ZDtDES BELIEE Other diseases Prominent fingertip pads
ZOMHDEE SRE T ATEAER Other diseases Prominent forehead
ZDtDES B 3 DHiEEERE Other diseases Prominent metopic ridge
ZFDHDES BEL RS LER Other diseases Prominent supraorbital ridges
ZDtDES TJOFEAAS/ a)VFURERE Other diseases Proopiomelanocortin deficiency
T D DEE HHESE Other diseases Proportionate short stature
ZDtDES TORILE VERBEE 1/3 RIBE Other diseases Proprotein convertase 1/3 deficiency
ZFDHDES BRERZEH Other diseases Proptosis
ZDtDES Jo077V—LEEE S REMEREEL Other diseases Proteasome-associated autoinflammatory syndrome 1
ZFDHDES I0577 YV —LBEECRESEEREE Other diseases Proteasome-associated autoinflammatory syndrome 2
ZDtDES TOT 4 USRIBE Other diseases Protein S deficiency disease
ZOMHDEE EHR Other diseases Proteinuria
ZDtDES EBEREEAR Other diseases Proteinuria, chronic benign
ZFDHDES ZEEREDFE. SHILVYLRE. BRERILE Other diseases Proteinuria, low molecular weight, with hypercalciuria and nephrocalcinosis
ZDtDES JOT Y RAEREE Other diseases Proteus syndrome
ZFDHDES TO0T ) ABERE Other diseases Proteus-like syndrome
ZDtDES XM TJOrOVEURZSE Other diseases Prothrombin deficiency, congenital
ZFDHDES FMBRFE TO0 RRILT 4 1) ViEL Other diseases Protoporphyria, erythropoietic, 1
ZDtDES FMBRFE 70 RRILT 1) ViE2 Other diseases Protoporphyria, erythropoietic, 2
ZOMDEE HEEEADREREH Other diseases Protrusio acetabuli
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ZDtDEE pligoa:E S nd Other diseases Proximal amyotrophy

FDMDES AL T B B R Other diseases Proximal lower limb amyotrophy
ZTDHDEE A OHAET Other diseases Proximal muscle weakness
FDHDES LTROEHGDOHHET Other diseases Proximal muscle weakness in upper limbs
ZotDEE pligvAs3i] Other diseases Proximal placement of thumb
ZDMDER L E AT MR Other diseases Proximal spinal muscular atrophy
FDMDEE TIL—2 R —fElREE Other diseases Prune belly syndrome

ZTohDEE 5% Other diseases Pruritus

ZTDHDEE #tEvon Willebrandf& Other diseases Pseudo von Willebrand disease
ZDMDER BEN—F—- KU+ T1— Other diseases Pseudo-Hurler polydystrophy
FDMDEE BRERRE SRR ERREIRE Other diseases Pseudoachondroplastic spondyloepiphyseal dysplasia syndrome
ZDMDER A i E A Other diseases Pseudohermaphroditism

TDHDEE BIEET I ERT OV Other diseases Pseudohypoaldosteronism
ZDMDEER AUEZIIVRRT OV 2 AR Other diseases Pseudohypoaldosteronism type 2A
ZDtDES BHEZIIVFRT O %E 2B Other diseases Pseudohypoaldosteronism type 2B
ZDMDEER AUEZIFRTOVE2 c B Other diseases Pseudohypoaldosteronism type 2C
ZDtDES BHEZIILERT O 5E 208 Other diseases Pseudohypoaldosteronism type 2D
ZDMDER AUEZILERTOVE2ER Other diseases Pseudohypoaldosteronism type 2E
ZDtDES #' Other diseases Pseudohypoparathyroidism type 1B
ZDMDER | Other diseases Pseudohypoparathyroidism type 1C
ZDtDES #' Other diseases Pseudohypoparathyroidism type | A
ZDMDER | #1448 1 B B AK AR BE 1K T AE Other diseases Pseudopseudohypoparathyroidism
FDMDEE ERMEERFRZELZES BHEEHERESCER EIRE Other diseases Pseudoxanthoma elasticum-like disorder with multiple coagulation factor deficiency
ZDMDER R RS RIS, forme frusteR! Other diseases Pseudoxanthoma elasticum, forme fruste
ZTDHDEE BB R Other diseases Psychomotor retardation

ZDMDES TE

Other diseases

Ptosis

ZDtDES TR - BT S, Rin/MHIRSE 1 Other diseases Pulmonary fibrosis and/or bone marrow failure, telomere-related, 1
ZDMDER R B Other diseases Pulmonary hypoplasia

ZDtDES SREHARE Other diseases Punctate palmoplantar keratoderma type 2

ZOMDESR HERTRIC & HPURABE BT 4 B E R R A IR Other diseases E‘L:JI::;;:rl‘ated severe neonatal hypotonia-seizures-encephalopathy syndrome due to a point
ZDtDEE TYIRH LAY RRRKRY S—EREBE Other diseases Purine-nucleoside phosphorylase deficiency

ZDMDEE SHUREEEE Other diseases Pustular psoriasis, generalized

ZDMDER RIEEBE Other diseases Pyknodysostosis

ZDMDEE NAIILBEBREMRE Other diseases Pyle physeal dyspl

ZDMDEER 4P 3R %E Other diseases Pyloric stenosis

FDMDEE EREE BRI & - MEMERIE - 7 U RIEIRE, PAPASEIREE Other diseases Pyogenic arthritis-pyoderma gangrenosum-acne syndrome
ZDtDEE EY F¥y—)LY VRIS EERE Other diseases Pyridoxal phosphate-responsive seizures

ZDMDES E) FX o UREETADA Other diseases Pyridoxine-d. epilepsy

ZDMDEER EILEVBALRIFSS—EOREBE Other diseases Pyruvate carboxylase deficiency

EILE VEBKREERR AR RIBE

Other diseases

Pyruvate dehydrogenase complex deficiency

EIVE VBB K REBEREL-aRIBE

Other diseases

Pyruvate dehydrogenase El-alpha deficiency

E)VE VERBKREERELI-BRIBEE

Other diseases

Pyruvate dehydrogenase E1-beta deficiency

EIVE U ERRUK REBEREIRIBE

Other diseases

Pyruvate dehydrogenase E2 deficiency

ENE VBB KRB RS AT O ERIBE

Other diseases

Pyruvate dehydrogenase E3-binding protein deficiency

EVE VBB K REER ) KBRS ALEE R RIBSE

Other diseases

Pyruvate dehydrogenase lipoic acid synthetase deficiency

FRIBRD E)L E B+ — B RIBIEE

Other diseases

Pyruvate kinase deficiency of red cells

dysferlinD & #Y - EHIRIE

Other diseases

Qualitative or quantitative defects of dysferlin

R B AT - /MR fE 1R B

Other diseases

Radial aplasia-thrombocytopenia syndrome

BEAR Other diseases Radial bowing

RADIO-TARTAGLIASER B§ Other diseases RADIO-TARTAGLIA SYNDROME

S5—T UEIREE Other diseases Rahman syndrome

WA kAL F 1% 5 Rajab M E tE R B Other diseases Rajab interstitial lung disease with brain calcifications
RapadilinofiE{Z B Other diseases Rapadilino syndrome

Rapp-Hodgkin¥t 5% % BUE 15 B Other diseases Rapp-Hodgkin ectodermal dysplasia syndrome
RASEE B 2R B MERIGTEME R B Other diseases RAS-associated autoimmune leukoproliferative disorder
SV — Other diseases Rasopathy

SHHRBEEEREKBE Other diseases Recessive dystrophic epidermolysis bullosa
YavESF—tEHILEEFIRIBE Other diseases Recombinase activating gene 2 deficiency

BB Other diseases Rectal prolapse

BEET7ZIAMHOAR Other diseases Recurrent aphthous stomatitis

| B 1 0 8 1 A R Other diseases Recurrent bacterial skin infections

BRUEH D OIBEE Other diseases Recurrent candida infections

BRM BR Other diseases Recurrent fractures

BEEERE Other diseases Recurrent fungal infections

TohoRS  |BREBRE

Other diseases

Recurrent infections

ZOMOEE BRERBMEMEE Y ) — - AU ARE- T B R0 A AE IR B

Other diseases

Recurrent metabolic encephalomyopathic crises-rhabdomyolysis-cardiac arrhythmia-intellectual
disability syndrome

ZOMDEE BRERER

Other diseases

Recurrent pancreatitis

ZOMHNESR BRN (PRI

Other diseases

Recurrent respiratory infections

ZOMDEE BRY BEBRIE

Other diseases

Recurrent skin infections

ZDMDEE BREEBRR

Other diseases

Recurrent spontaneous abortion

ZOMDEE BREERE T FOREBRIE

Other diseases

Recurrent Staphylococcus aureus infections

ZDMDEER BEEDET Other diseases Reduced bone mineral density
ZDDEE OB DFD Other diseases Reduced number of teeth
ZDMDEER o4 VCERDET Other diseases Reduced protein C activity
FDMDESR Von Willebrand & F D Ei5i4> Other diseases Reduced quantity of Von Willebrand factor
ZDMDEER von Willebrand B F;EHEDIE T Other diseases Reduced von Willebrand factor activity
ZFDMDES fAIE Y X kO 7 1 —,Reis-Bucklers®! Other diseases Reis-Bucklers corneal dystrophy
ZDMDEER FExt 8 B BBAE Other diseases Relative macrocephaly

ZotDEE BERE Other diseases Renal agenesis

ZDMDEER BEHIL=F UEHEES Other diseases Renal carnitine transport defect
ZFDHDES B0 0K ERE Other diseases Renal coloboma syndrome
ZDtDES BREER Other diseases Renal cortical cysts

ZFDHDES BER Other diseases Renal cyst

ZDtDES BE L HERBEIRE Other diseases Renal cysts and diabetes syndrome
ZFDHDES BREMBK Other diseases Renal dysplasia

ZDtDES BIEERAK - BEBR Other diseases Renal dysplasia and retinal aplasia
ZFDHDES BEERK ERK1 Other diseases Renal hypodysplasia/aplasia 1
ZDtDES BRER R ERE 2 Other diseases Renal hypodysplasia/aplasia 2
ZFDHDES BEERK ERKS3 Other diseases Renal hypodysplasia/aplasia 3
ZDtDES BIER R B Other diseases Renal hypoplasia/aplasia

ZOMDEE BT2

Other diseases

Renal insufficiency

Z0HhDEE RIBEET & F— R

Other diseases

Renal tubular acidosis

ZOMDEE ETERRREE S RAEET S F—2 2

Other diseases

Renal tubular acidosis with progressive nerve d

Z0HhDEE RMEET & F— R | &, BREESHE

Other diseases

Renal tubular acidosis, distal, autosomal recessive

ZFDHDES BMEEMEESREAEET Y F—X L &, Other diseases Renal tubular acidosis, distal, with hemolytic anemia

ZOMHNES IRIREE L BHEREN D RBERT S F— R | 5Ffi, Other diseases Renal tubular acidosis, proximal, with ocular abnormalities and mental retardation
ZFDHDES B - AR - RO EMR 2 Other diseases Renal-hepatic-pancreatic dysplasia 2

ZDMDEER Renier-Gabreels-Jasper SEEEE Other diseases Renier-Gabreels-Jasper syndrome

ZFDHDES RenpenningdE &2 1 Other diseases Renpenning syndrome 1

Z0HhDEE FEIR{RE

Other diseases

Respiratory distress

ZOMDEE RRE

Other diseases

Respiratory insufficiency

ZDtDES PREBRTES Other diseases Restrictive ventilatory defect
ZFDHDES HRRERR Other diseases Reticular dysgenesis
ZDtDES IBIEEHRE Other diseases Retinal atrophy
ZFDHDES RIEEHnDERE Other diseases Retinal capillary hemangioma
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ZTDHDEE HIERE Other diseases Retinal coloboma

FDMDES BIRE A Other diseases Retinal degeneration

ZTDHDEE picle Other diseases Retinal detachment

FDHDES MAECA AT 4 — Other diseases Retinal dystrophy

ZDtDES @BECZ O +—, MEa0ORT, J4 RE=XEEER Other diseases Retinal dystrophy, iris coloboma, and comedogenic acne syndrome
ZDMDER MESERCR O 14— 28 Other diseases Retinal macular dystrophy type 2
ZDtDES REEFELEERE Other diseases Retinal pigment epithelial atrophy
ZDMDER BEENEESEEREESBENSHES Other diseases Retinal vasculopathy with cerebral leukoencephalopathy and systemic manifestations
ZTDHDEE BRI 4 Other diseases Retinitis punctata albescens

ZDMDER B Other diseases Retinopathy

TDHDEE IR BE Other diseases Retinoschisis

ZDMDER TER%IBE Other diseases Retrognathia

ZDtDES SR MERett FEIREE Other diseases Rett syndrome, congenital variant
ZDMDEER Revesz JE{REF Other diseases Revesz syndrome

ZDtDES 57 KA FIEBIFREIREE 1 Other diseases Rhabdoid tumor predisposition syndrome 1
ZDMDEER ST KA FEBIFRERE2 Other diseases Rhabdoid tumor predisposition syndrome 2
ZDtDES BB AR AE Other diseases Rhabdomyolysis

ZDMDER RAFHRERE, BEAEETE Other diseases Rhegmatogenous retinal detachment, autosomal dominant
ZOMNEE P 3% 457 S Other diseases Rhizomelia

ZDMDER FRIMRERRIE Other diseases Rhizomelic chondrodysplasia punctata
ZDtDES FRIEHEERREL Other diseases Rhizomelic chondrodysplasia punctata type 1
ZDMDER FRIMEHRERRRIE2 Other diseases Rhizomelic chondrodysplasia punctata type 2
ZDtDES FERIEER B ERRIES Other diseases Rhizomelic chondrodysplasia punctata type 5
ZDMDER EREERES ZRIMKREMRE Other diseases Rhizomelic limb shortening with dysmorphic features
Z DR RHYNS fE &2 Other diseases RHYNS syndrome

ZTohDEE EME Other diseases Rib fusion

FDMDEE RiddlefE IR Other diseases Riddle syndrome

ZDMDER RiegerfiE {X & Other diseases Rieger syndrome

ZDtDES SRR Other diseases Rigidity

ZDMDEER i RBIERRITE S R RIEEIRE Other diseases Rigidity and multifocal seizure syndrome, lethal neonatal
ZDHDEE R 2 Other diseases Rippling muscle disease 2

ZDMDER Ritscher-Schinzel JE{Z & Other diseases Ritscher-Schinzel syndrome

FDMDEE Ritscher-Schinzel SEIZEE 1 Other diseases Ritscher-Schinzel syndrome 1

ZDMDER Roberts-SC 7 ¥ 5 L BUERE Other diseases Roberts-SC phocomelia syndrome
ZDMDEE FRAT-/E-OER Other diseases Robin sequence

ZDMDEER B A R E M Robinow E RS 1 Other diseases Robinow syndrome, autosomal dominant 1
FDMDEE % 2K E M RobinowlEIREE 2 Other diseases Robinow syndrome, autosomal dominant 2
ZDMDEER B A KR EMRobinowfEIER 3 Other diseases Robinow syndrome, autosomal dominant 3
FDMDEE % 2K S M RobinowsE & EE Other diseases Robinow syndrome, autosomal recessive
ZDMDEER RS HERobinow EIZEE 2 Other diseases Robinow syndrome, autosomal recessive 2
FDMDEE Robinow-SorauffE {& & Other diseases Robinow-Sorauf syndrome

ZDMDEER Roifman fiE (& & Other diseases Roifman syndrome

ZDMDEE O0—5 Y KTAMA Other diseases Rolandic epilepsy

FOMDESR O—5 Y FTAMA—REEMERFEESR =78 Other diseases Rolandic epilepsy-paroxysmal exercise-induced dystonia-writer cramp syndrome
FDMDESE ORLY K - ALY UFEIREE 2R Other diseases Rothmund-Thomson syndrome type 2
ZDtDEE O—4% —JE(RE Other diseases Rotor syndrome

ZTDMDEE ALVEE Other diseases Round face

ZDMDER Roussy—LévyfiE & B¢ Other diseases Roussy-LV©vy syndrome

ZOMHDESE WEVREA Y - TA EfEIREE 1 Other diseases Rubinstein-Taybi syndrome 1

ZDMDEER IWEVRBA Y - TAEEEE2 Other diseases Rubinstein-Taybi syndrome 2

ZDMDEE PIEA: kAN Other diseases Rudimentary fibula

ZDtDEE Syl - VILN—EIRRE Other diseases Russell-Silver syndrome

ZDMDES t—hL - E3vYz UEEE Other diseases Saethre-Chotzen syndrome

ZDMDER A Y — YT 1/ EERE Other diseases Saldino-Mainzer syndrome

ZTDMDEE Y5 Other diseases Salla disease

ZDMDER Sandestig-stefanova JE{Z B Other diseases Sandestig-stefanova syndrome
ZDHDEE Y FRT& Other diseases Sandhoff disease

ZDtDES YU RKRIHE BRAR Other diseases Sandhoff disease, adult type

ZFDMDES H2 74 ) yREIREE Other diseases Sanfilippo syndrome

ZDtDES B IR ERERIE Other diseases Sarcotubular myopathy

ZFDMDES SER HFLEBAEIREE Other diseases Scalp-ear-nipple syndrome

ZDMDEER FHKEEE. KB, BHER Other diseases Scaphocephaly, maxillary retrusion, and mental retardation
ZDtDEE BERERE Other diseases Scapular winging

ZDMDEER BEBE I A/NF— xEBEEER Other diseases Scapuloperoneal myopathy, X-linked dominant
ZFDMDES BRHBERHERE Other diseases Scapuloperoneal spinal muscular atrophy
ZDMDEER RR Other diseases Scarring

ZFDMDES Schaaf-YangfEIR B Other diseases Schaaf-Yang syndrome

ZDtDES LT REEERBRTE Other diseases Schimke immuno-osseous dysplasia
ZFDMDES Schinzel-7 45 L BREIREE Other diseases Schinzel phocomelia syndrome
ZDtDES UV X—T 4 A ERE Other diseases Schinzel-Giedion syndrome

ZDtDEE ZUE Other diseases Schizencephaly

ZDMDEER HERRE Other diseases Schizophrenia

ZFDMDES aFA S —HEKARERSA O T 4 — Other diseases Schnyder crystalline corneal dystrophy
ZDMDEER Schopf-Schulz-Passarge iEIR B Other diseases Schopf-Schulz-Passarge syndrome
ZFDMDES Schuurs-hoeijmakersfE {& & Other diseases Schuurs-hoeijmakers syndrome
ZDMDEE $a7/—=x Other diseases Schwannoma

ZOMDEE R IEE Other diseases Schwannomatosis

ZTOhDEE PR S REE 1 Other diseases Schwannomatosis 1

ZOMNEE AR AR 2 Other diseases Schwannomatosis 2

ZDMDEER Schwartz-JampelfE {& 2 Other diseases Schwartz-Jampel syndrome

ZOMNEE RANE Other diseases Sclerocornea

ZDMDEER LR E R FER Other diseases Sclerosing cholangitis, neonatal

T DEE SRR AE2 Other diseases Sclerosteosis 2

ZTDMDEE Iz Other diseases Scoliosis

ZFDHDES HRMERE3 Other diseases Scoliosis, idiopathic 3

Z0HhDEE ScottfE&EE Other diseases SCOTT SYNDROME

ZOMHDEE BEiRtE AL Other diseases Seborrheic keratosis

ZDtDES v 7 VEIREE Other diseases Seckel syndrome

ZFDHDES v 7 IVEREEL Other diseases Seckel syndrome 1

ZDtDES v 7 VEIREE2 Other diseases Seckel syndrome 2

ZFDHDES v 7 IVEREE Other diseases Seckel syndrome 4

ZDtDES v 7 VIEIREES Other diseases Seckel syndrome 5

ZFDHDES v 7 IVEIREET Other diseases Seckel syndrome 7

ZDtDES ZRMEFARIREEREE T Other diseases Secondary hypothyroidism

ZOMHDEE FiE Other diseases Seizures

ZDtDES FELHR BHEREME. 2 Other diseases Seizures, benign familial infantile, 2
ZOMHDEE RIEHR BRERIKE, 3 Other diseases Seizures, benign familial infantile, 3
ZDtDES FELHR BHEREE. 5 Other diseases Seizures, benign familial infantile, 5
ZFDHDES e BB S, /INE//NBAE Other diseases Seizures, cortical blindness, and microcephaly syndrome
ZDtDES SR A1 BB Other diseases Seizures, scoliosis, and macrocephaly syndrome
ZFDHDES Bi51TA Other diseases Self-injurious behavior

ZDtDES FREEN RO IO Fal)— Other diseases Semilobar holoprosencephaly
ZFDHDES SengersfiE 1R Other diseases Sengers syndrome

ZDMDEE Senior-Loken JE{EEE1 Other diseases Senior-Loken syndrome 1

ZFDHDES Senior-Loken fE{EEE4 Other diseases Senior-Loken syndrome 4

ZDMDEE Senior-Loken JE{EEES Other diseases Senior-Loken syndrome 5

ZFDHDES Senior-Loken fE{EEE6 Other diseases Senior-Loken syndrome 6
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ZFDMDEE Senior-Loken SE{EEF7 Other diseases Senior-Loken syndrome 7

FDMDES REEEBAAE -1 —0/\F—, HEEE. IRRFEE Other diseases Sensory ataxic neuropathy, dysarthria, and ophthalmoparesis

FDMDEE BEME= 2 —O/NF— Other diseases Sensory neuropathy

FDHDES Bt fiE Other diseases Sepsis

ZDtDES FFRIR AR E R A Other diseases Septo-optic dysplasia sequence

ZDMDER REEBLELEBERRELZHS BREOREEMBIE Other diseases Severe achondroplasia with developmental delay and acanthosis nigricans

ZDtDES NEHOBEELERBRLEEEEHCRA O T4 — k7Y HE Other diseases Severe autosomal recessive muscular dystrophy of childhood - North African type

ZOtDES ADARIBICL D BEEERETLIE Other diseases Severe combined immunodeficiency due to ADA deficiency

ZDtDES CARMILKRIBIC K D EREEEREFSE Other diseases Severe combined immunodeficiency due to CARMIL2 deficiency

ZDMDER DCLREICRIBICK D EREEERBETEE Other diseases Severe combined immunodeficiency due to DCLRE1C deficiency

ZOMDES INGEJE, REEBE. BEBSRICHT IRRELES EFEEERETS Other diseases ‘Sev‘e.re com‘bir,ed immunodeficiency with microcephaly, growth retardation, and sensitivity to
SE ionizing radiation

ZDtDES EREHEERETRE. THNRHUE Other diseases Severe combined immunodeficiency, athabascan-type

ZOMDES iﬁ?ﬁ%ﬁE*%E\ HREARSHE, THRIEME. MR, NKHRLE Other diseases ::;/Ieurssti:;:r;bined immunodeficiency, autosomal recessive, T cell-negative, B cell-negative, NK

ZOMDES iﬁ?ﬁ%ﬁE*%E\ BHREARSHE. THERMYE., sHElaiEE. N Other diseases rS]:\:;Zievt;ombined immunodeficiency, autosomal recessive, T cell-negative, B cell-positive, NK cell-

ZDMDER SEARMEIFPEEAE Other diseases Severe congenital neutropenia

ZDtDES EREAXEFPEBAE 2., BEAEKENR Other diseases Severe congenital neutropenia 2, autosomal dominant

ZDMDER SEAXMEFPEREL . BREARSHE Other diseases Severe congenital neutropenia 4, autosomal recessive

ZDtDES EREAXEFPERBAEGS. BEBERLH Other diseases Severe congenital neutropenia 6, autosomal recessive

ZDMDER SESBRUNEEER Other diseases Severe global developmental delay

ZDtDES EEFERNREER Other diseases Severe intrauterine growth retardation

ZDMDER EEHRRET Other diseases Severe muscular hypotonia

ZDtDES BEHRUEIAIO=—TANA Other diseases Severe myoclonic epilepsy in infancy

ZDMDER BEER Other diseases Severe Myopia

ZDtDES AN E A S B R AE R BN Other diseases Severe neonatal-onset encephal hy with microcephaly

ZDMDER BEEARZM Other diseases Severe photosensitivity

ZDtDES EERE Other diseases Severe sensorineural hearing impairment

ZDMDEER EETHREETS Other diseases Severe T-cell immunodeficiency

ZDMDES EERNEE Other diseases Severe visual impairment

ZDtDEE BEXCEHMHER S A/ SF— x000D_ Other diseases Severe X-linked myotubular myopathy

FDMDEE ShaheenjE{&EE Other diseases Shaheen syndrome

ZDMDES EVRE Other diseases Shallow orbits

FDMDEE Shashi-PenafiE{R & Other diseases Shashi-Pena syndrome

ZDMDES BUOARAA Other diseases Short chin

ZTDHDEE EVEE Other diseases Short clavicles

ZDMDES FUOARRE Other diseases Short femur

ZTDMDEE BOE Other diseases Short foot

ZDtDEE BN Other diseases Short lingual frenulum

ZDMDEE HOPFE Other diseases Short metacarpal

ZDMDES piAY=] Other diseases Short neck

ZTDMDEE BU& Other diseases Short nose

ZDMDEER QUiGHEIEREL Other diseases Short QT syndrome 1

ZDMDES QUiEHRERE2 Other diseases Short QT syndrome 2

ZDMDER QUiGHEIEIREE3 Other diseases Short QT syndrome 3

ZDMDES KRB SIRAEIREE Other diseases Short Rib Polydactyly Syndrome

ZDMDER EE B IEEIRE MajewskiE! Other diseases Short rib-polydactyly syndrome, Majewski type

ZTDMDEE EE Other diseases Short ribs

ZOhDEE Bk Other diseases Short stature

ZDMDEE BERIVE VTG EEZEEICLSESE Other diseases Short stature due to growth hormone secretagogue receptor deficiency

ZDMDEER NBEEEER Other diseases Short stature with microcephaly and distinctive facies

ZDMDES BEEE-/DREE-/NSWMLIE Other diseases Short stature-pituitary and cerebellar defects-small sella turcica syndrome

ZDMDER BER-IFANERBILE-AIEEHS BEMRAE Other diseases Short stature, amelogenesis imperfecta, and skeletal dysplasia with scoliosis

ZTDMDEE BESR-BEE-EEENE DBER Other diseases Short stature, facial dysmorphism, and skeletal anomalies with or without cardiac anomalies

ZTOMDEE ESR-BEE-BERRME/ DEBEFE2 Other diseases Short stature, facial dysmorphism, and skeletal anomalies with or without cardiac anomalies 2

ZDMDEER ES R SR CEH Other diseases Short stature, idiopathic, X-linked

ZFDMDES B G E-/NE/INBRE-R D B EER 2 Other diseases Short stature, microcephaly, and endocrine dysfunction

ZDMDER BEE-MFEMB EOEMEEEE- Other diseases Short stature, onychodysplasia, facial dysmorphism, and hypotrichosis

ZFDMDES ES R-RBEDEE-Pelger-Hueti EEAE Other diseases Short stature, optic nerve atrophy, and Pelger-Huet anomaly

ZDMDEER SHORTHE{ZEE Other diseases SHORT syndrome

ZFDMDES JERN B ZIRAEIREE 1B Other diseases Short-rib polydactyly syndrome type Il

ZDMDEER ZIREFESINMEDLTWVEMBRIERKIE 10 Other diseases Short-rib thoracic dysplasia 10 with or without polydactyly

ZDDEE SIEFES I EDLEVENBRIBREARE 11 Other diseases Short-rib thoracic dysplasia 11 with or without polydactyly

ZDMDEER ZHREFFSIEMEMBERRLE 14 Other diseases Short-rib thoracic dysplasia 14 with polydactyly

ZDDEE SIEFES MEDLEVENBRIBRERE 17 Other diseases Short-rib thoracic dysplasia 17 with or without polydactyly

ZDMDEER ZREFFSIEMEMINERRLE 18 Other diseases Short-rib thoracic dysplasia 18 with polydactyly

ZDHDEE SIEFESHMEDLVEMBRIBEERE 19 Other diseases Short-rib thoracic dysplasia 19 with or without polydactyly

ZDMDEER ZIREFF I EMEMIBERRLE 2 0 Other diseases Short-rib thoracic dysplasia 20 with polydactyly

ZDMDEE SIEFES MEDLEVEMBRIRERIE 3 Other diseases Short-rib thoracic dysplasia 3 with or without polydactyly

ZDMDEER ZIREFESINMEDLBWVEMERIERKIE 7 Other diseases Short-rib thoracic dysplasia 7 with or without polydactyly

ZDDEE SIEFES MEDLEVEMBRIRERIE 8 Other diseases Short-rib thoracic dysplasia 8 with or without polydactyly

ZDMDEER BREOHBAET Other diseases Shoulder girdle muscle weakness

ZFDMDES o)y o-d—)L KN fElRE Other diseases Shprintzen-Goldberg syndrome

ZDtDES a7 YN UERE Other diseases Shwachman syndrome

ZFDMDES AT YN - BATEY PR Other diseases Shwachman-Diamond syndrome 1

ZDtDES SADYNRY - BATEY FEREE2 Other diseases Shwachman-Diamond syndrome 2

ZotDEE ST IVEEERE LR EAE Other diseases Sialic acid storage disease, severe infantile type

ZDMDEE ST E=VR Other diseases Sialidosis

ZFDMDES TFYR=YR2% Other diseases Sialidosis type 2

ZDtDES ST F—=YR1E Other diseases Sialidosis type |

T DEE ST IVEERR Other diseases Sialuria

ZDMDEE BififtE R E A2 E . BEMMERE. REEHEHS BFHEAM Other diseases Sideroblastic anemia with B-cell immunodeficiency, periodic fevers, and developmental delay

ZFDHDES Sifrim-Hitz-Weiss JE & EE Other diseases Sifrim-Hitz-Weiss syndrome

ZDMDEE Simpson-Golabi-BehmeJE & RE1E! Other diseases Simpson-Golabi-Behmel syndrome type 1

ZFDHDES Simpson-Golabi-BehmeJE & EE 25! Other diseases Simpson-Golabi-Behmel syndrome, type 2

ZDMDEE Singleton-Merten fEZE1 Other diseases Singleton-Merten syndrome 1

ZFDHDES Singleton-Merten JE{& &2 Other diseases Singleton-Merten syndrome 2

ZDtDES REAEETHEREREE & SR Other diseases Sinoatrial node dysfunction and deafness

ZOMHDEE FEfEE Other diseases Sinus node disease

ZDtDES SRTESEAR Other diseases Sinus tachycardia

T D DEE L/ AT Other diseases Sirenomelia

ZTDHMDEE ¥ PR T A—JLME 1 Other diseases Sitosterolemia 1

T D DEE ¥ bR FE—)LIE 2 Other diseases Sitosterolemia 2

ZTDHDEE ez 3r A Other diseases Situs inversus totalis

ZFDHDES SI—=JLY Sy UERR Other diseases Sjvagren-Larsson syndrome

ZDtDES BEMBIE Other diseases Skeletal dysplasia

ZFDHDES FAEGAE & U L= BEEh  1 5 BinEMRE Other diseases Skeletal dysplasia, mild, with joint laxity and advanced bone age

ZDtDES BEHDER Other diseases Skeletal muscle atrophy

ZOMDEE &8 Other diseases Skin erosion

ZDMDEE Skin fragility-woolly hair FE{REE Other diseases Skin fragility-woolly hair-palmoplantar keratoderma syndrome

ZDDEE RIERS Other diseases Skin rash

ZDtDES -2 -BOBROEL] Other diseases Skin/hair/eye pigmentation, variation in, 1

ZFDHDES -2 -BoBEOEIEL2 Other diseases Skin/hair/eye pigmentation, variation in, 2

ZDMDEE Skraban-Deardorff fE{EEE Other diseases Skraban-Deardorff syndrome

Z0MDEE SLC35A2-CDG Other diseases SLC35A2-CDG
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Z0HhDEE SLC39A8-CDG Other diseases SLC39A8-CDG

FDMDES Other diseases Sleep apnea

ZDtDEE Other diseases Slurred speech

FDHDES FERRT LA/ Other diseases Small for gestational age

ZTDHDEE INSHF Other diseases Small hand

ZDMDER Smith-KingsmorefiE & & Other diseases Smith-Kingsmore syndrome

ZTDHDEE Smith-Lemli-OpitzfE{& & Other diseases Smith-Lemli-Opitz syndrome

ZDMDER Smith-McCort B E /AL 1 Other diseases Smith-McCort dysplasia 1

FDMDEE Smith-McCort B ER/RUE 2 Other diseases Smith-McCort dysplasia 2

ZDMDER AR R R Other diseases Sneddon syndrome

FDMDEE Snijders blok-campeau JE{ZEE Other diseases Snijders blok-campeau syndrome

ZDMDER Snijders blok-fisher JE{ZE# Other diseases Snijders blok-fisher syndrome

FDMDEE Snowflake i FIAMBIEZE Other diseases Snowflake vitreoretinal degeneration
ZTohDEE F oM ERE Other diseases Soft skin

ZDtDES NSt E BB h Yt R A Other diseases Solitary median maxillary central incisor syndrome
ZDMDEER RHRAE T ARAE Other diseases Somatotroph adenoma

ZDtDES RIEHBEEEEES VILE b= TE KOS F—ERIBE Other diseases Sorbitol dehydrogenase deficiency with peripheral neuropathy
ZDMDER VIVE—BRECA rOT4— Other diseases Sorsby fundus dystrophy

ZDtDES Y b RAEIREE 1 Other diseases Sotos syndrome 1

ZDMDER Y B RAEIREE 2 Other diseases Sotos syndrome 2

Z DR BEE

Other diseases

Sparse hair

ZDMDES HeE%

Other diseases

Sparse scalp hair

TOMOESE  |EEnEAS. REEASE

Other diseases

Spastic ataxia 5, autosomal recessive

ZDMDES WEEEKHS ., BRAEKLYE, HHEBRFMHAESA FOT ¢

Other diseases

Spastic ataxia 8, autosomal recessive, with hypomyelinating leukodystrophy

Z DR B IRREE

Other diseases

Spastic paraparesis

ZTohDEE SRR

Other diseases

Spastic paraplegia

FOhOEE | BREGSEEENRE

Other diseases

Spastic paraplegia 11, autosomal recessive

ZDMDER EEXIRE1 7 Other diseases Spastic paraplegia 17

FDMDEE EEEARLSHEENHE2 8 Other diseases Spastic paraplegia 28, autosomal recessive
ZDMDEER HEERSHEEMENFE 3 0 Other diseases Spastic paraplegia 30, autosomal recessive
FDMDEE EEEAEEEENFES 1 Other diseases Spastic paraplegia 31, autosomal dominant
ZDMDER EHEXFES S Other diseases Spastic paraplegia 35

FDMDEE EEEEREEEENRE 4 Other diseases Spastic paraplegia 4, autosomal dominant
ZDMDES BREKRSEEERHES 3 Other diseases Spastic paraplegia 43, autosomal recessive
FDMDEE EEEERLSUEENHE4 S Other diseases Spastic paraplegia 45, autosomal recessive
ZDMDES BREKRSHEMERHES 6 Other diseases Spastic paraplegia 46, autosomal recessive
FDMDEE EEEERSHEENRES 7 Other diseases Spastic paraplegia 47, autosomal recessive
ZDMDES BREKRSEEEHES 8 Other diseases Spastic paraplegia 48, autosomal recessive
FDMDEE EBEEERSUEENHE4 9 Other diseases Spastic paraplegia 49, autosomal recessive
ZDtDEE EEERSHEEENFHFES O Other diseases Spastic paraplegia 50, autosomal recessive
FDMDEE EEEARL R NFRES 1 Other diseases Spastic paraplegia 51, autosomal recessive
ZDthDEE EEERSHEEENFES 2 Other diseases Spastic paraplegia 52, autosomal recessive
FDMDEE EBEEERLUEENRES 4 Other diseases Spastic paraplegia 54, autosomal recessive
ZDtDEE EEERSHEEENFHFES 5 Other diseases Spastic paraplegia 55, autosomal recessive
FDMDEE EBEEERLUEENHES 6 Other diseases Spastic paraplegia 56, autosomal recessive
ZDMDES BREKRSEEMERFRES 7 Other diseases Spastic paraplegia 57, autosomal recessive
FDMDEE EEEERLUEENHEG 4 Other diseases Spastic paraplegia 64, autosomal recessive
ZDMDES BREKRSEEERRET 2 Other diseases Spastic paraplegia 72, autosomal recessive
FDMDEE EEEEREEEENHET 3 Other diseases Spastic paraplegia 73, autosomal dominant
ZDthDEE EEERSHEEENHFET7 4 Other diseases Spastic paraplegia 74, autosomal recessive
FDMDEE EBEEERLUEENHET S Other diseases Spastic paraplegia 75, autosomal recessive
ZDMDES BREKRSHEERHET 6 Other diseases Spastic paraplegia 76, autosomal recessive
FDMDEE EEEERSHEENRET 7 Other diseases Spastic paraplegia 77, autosomal recessive
ZDMDES BREKRSHEERNHET 8 Other diseases Spastic paraplegia 78, autosomal recessive
FDMDEE EBEEERLSEEENHET 9 Other diseases Spastic paraplegia 79, autosomal recessive
ZDMDES BREREEEEFRES O Other diseases Spastic paraplegia 80, autosomal dominant
ZFDMDES HEEESEEEFES 2 Other diseases Spastic paraplegia 82, autosomal recessive
ZDMDEER EEEASHEESRHES 3 Other diseases Spastic paraplegia 83, autosomal recessive
ZFDMDES HEEERSEEENRE b Other diseases Spastic paraplegia 9b, autosomal recessive
ZTohDEE Rt S R 5 & U B BhSE /- Other diseases Spastic paraplegia and psychomotor retardation with or without seizures
ZFDMDES T RRE ., MMEES. RiR. EE Other diseases Spastic paraplegia, intellectual disability, nystagmus, and obesity
ZDMDEER | 25 4 O R R Other diseases Spastic tetraplegia

ZFDMDES | 25 145 0 R R 928 - BB D (R B 14 7 BRRAE T AT 1 Other diseases Spastic tetraplegia and axial hypotonia, progressive
ZDMDEER |t PO AR R . AR DIEEAL & & UEATIE/NGEE Other diseases Spastic tetraplegia, thin corpus callosum, and progressive microcephaly
ZFDMDES i Other diseases Spasticity

ZDtDES ZRERIRIBE Other diseases Specific granule deficiency 2
ZFDMDES BENPERS Other diseases Specific learning disability

ZDMDEER Other diseases Speech articulation difficulties
ZFDMDES Other diseases Speech-| disorder 1

ZDMDEER Other diseases Spermatogenesis maturation arrest
ZFDMDES Other diseases Sperr ic failure 16

ZDMDEER Other diseases Spermatogenic failure 18

ZFDMDES Other diseases Sperr ic failure 25

ZDMDEER Other diseases Spermatogenic failure 27

ZFDMDES Other diseases Sperr ic failure 28

ZDMDEER Other diseases Spermatogenic failure 36

ZOMDEE Other diseases SPERMATOGENIC FAILURE 39
ZDtDES Other diseases Spermatogenic failure 40

ZFDMDES Other diseases Sperr ic failure 48

ZDMDEER Other diseases Spermatogenic failure 7

ZFDMDES Other diseases Sperr ic failure 9

ZOMHNESR BRRFR A ERAE 1T

Other diseases

Spherocytosis type 1

ZOMDEE BRIR TR M ERFE2E

Other diseases

Spherocytosis type 2

Z0HhDEE BRRFR M ERAEITY

Other diseases

Spherocytosis type 3

ZOMDEE BRIR TR M ERFEAT!

Other diseases

Spherocytosis type 4

Z0HhDEE BRI SR ERAES T

Other diseases

Spherocytosis type 5

ZFDHDES A7z 84 FIMKS F/8F— Other diseases Spheroid body myopathy

ZDtDES R4 o IBIEEFEH L EREIR RIS Other diseases Sphingolipid activator protein 1 deficiency

ZFDHDES AI4VIAIIY LV /ALRATFA—LYER—=VX Other diseases Sphingomyelin/cholesterol lipidosis

ZTDMDEE HHER Other diseases Spinal deformities

ZFDHDES BN B S HERE Other diseases Spinal hemangioblastoma

ZDtDES SRMEBIEE S BT EME 1 Other diseases Spinal muscular atrophy with congenital bone fractures 1

T D DEE EREBIES S BHMEHERE?2 Other diseases Spinal muscular atrophy with congenital bone fractures 2

ZDtDES BUHEHERE, FTREME Other diseases Spinal muscular atrophy with lower extremity predominance

ZFDHDES HUMDERE. #TMEIA 0 —TALAER Other diseases Spinal muscular atrophy-progressive myoclonic epilepsy syndrome
ZDtDES BN ERERLELEALMEL Other diseases Spinal muscular atrophy, distal, autosomal recessive, 1

ZOMHDEE BRI S R, B R BARS S Other diseases Spinal muscular atrophy, distal, autosomal recessive, 5

ZDtDES BB EMBIE JamesE! Other diseases Spinal muscular atrophy, infantile, James type

ZFDHDES B ERE. jokela®! Other diseases Spinal muscular atrophy, jokela type

ZDtDES FUHEHERE, TREME1, BREKENR Other diseases Spinal muscular atrophy, lower extremity predominant 1, autosomal dominant
ZFDHDES HHEHERE, TREME 2A, BLEKENE Other diseases Spinal muscular atrophy, lower extremity-predominant, 2A, autosomal dominant
ZTOtDEE HHMEFERE. TREME 2 b, BREKEBE. REMRE Other diseases Spinal muscular atrophy, lower extremity-predominant, 2b, prenatal onset, autosomal dominant
ZTDHMDEE H /MK PERE3S Other diseases Spinocerebellar ataxia 35

ZFDHDES AR/ ZE MERE40 Other diseases Spinocerebellar ataxia 40

ZTDHMDEE HHE/MXZE MEREAL Other diseases Spinocerebellar ataxia 41

ZFDHDES BRI/ NS ES Other diseases Spinocerebellar ataxia 42
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ZTDHDEE Other diseases Spinocerebellar ataxia 43

T DEE Other diseases Spinocerebellar ataxia 48

ZDtDEE Other diseases Spinocerebellar ataxia type 11

FDHDES Other diseases Spinocerebellar ataxia type 13

ZDtDES Other diseases Spinocerebellar ataxia type 14

ZDMDER Other diseases Spinocerebellar Ataxia Type 15

ZDtDES Other diseases Spinocerebellar ataxia type 19/22

ZDMDER Other diseases Spinocerebellar ataxia type 21

ZDtDES Other diseases Spinocerebellar ataxia type 23

ZDMDER Other diseases Spinocerebellar ataxia type 26

ZDtDES Other diseases Spinocerebellar ataxia type 28

ZDMDER Other diseases Spinocerebellar ataxia type 29

ZDtDES Other diseases Spinocerebellar ataxia type 34

ZDMDEER Other diseases Spinocerebellar ataxia type 5

ZDtDES Other diseases Spinocerebellar ataxia type 6

ZDMDEER BREARSHER/NHNEMLEL Other diseases Spinocerebellar ataxia, autosomal recessive 10
FDMDESR EEEESET /N § Other diseases Spinocerebellar ataxia, autosomal recessive 12
ZDMDER EEEERSET /K Other diseases Spinocerebellar ataxia, autosomal recessive 13
FDMDESR EEEESET /N Other diseases Spinocerebellar ataxia, autosomal recessive 14
ZDMDER EEEERSET /K Other diseases Spinocerebellar ataxia, autosomal recessive 16
FDMDESR EEEESET /N Other diseases Spinocerebellar ataxia, autosomal recessive 17
ZDMDER EEEERSET /K Other diseases Spinocerebellar ataxia, autosomal recessive 18
FDMDESR EEEESET /N Other diseases Spinocerebellar ataxia, autosomal recessive 2
ZDMDER EEEERSET /K Other diseases Spinocerebellar ataxia, autosomal recessive 20
FDMDESR EEEERSEE /NN Other diseases Spinocerebellar ataxia, autosomal recessive 21
ZDMDER BRERSHEER/NMNE IS Other diseases Spinocerebellar ataxia, autosomal recessive 8
ZFDMDESR BERE -2 —ONF—EESELEERLEE/NNEE 1 Other diseases Spinocerebellar ataxia, autosomal recessive, with axonal neuropathy 1
ZDMDER R —ONF—EFRSELEERSEERNNEMLE 2 Other diseases Spinocerebellar ataxia, autosomal recessive, with axonal neuropathy 2
ZDtDES BERE Other diseases Splenomegaly

ZDMDEER RERE- MR- R ARRE Other diseases Splenomegaly, cytopenia, and vision loss

ZDHDEE HE Other diseases Split foot

ZDMDER HF Other diseases Split hand

ZotDEE HF/AREFH L Other diseases Split-hand/foot malformation 4

ZTohDEE HFE/HREHR6 Other diseases Split-hand/foot malformation 6

ZOMDEE SPONASTRIME B E 4 BLfE Other diseases Sponastrime dysplasia

ZDMDEER Bt - FIRE - BAREBWEEREIRE Other diseases Spondylocarpotarsal synostosis syndrome

ZFDDESR BLEEALUEHIBESEL Other diseases Spondylocostal dysostosis 1, autosomal recessive
ZDtDEE ERERSHEHMEESE2 Other diseases Spondylocostal dysostosis 2, autosomal recessive
ZFDDESR BLEEARLUEHNBEBES Other diseases Spondylocostal dysostosis 4, autosomal recessive
ZTDhDEE HiERBES Other diseases Spondylocostal dysostosis 5

ZDMDEE RETFLEES EHNREERRIE Other diseases Spondyloenchondrodysplasia with immune dysregulation
ZDthDEE FHE B in B 5 in R R RUE Matrilin3 BEE Other diseases Spondyloepimetaphyseal dysplasia Matrilin-3 related
FDMDEE BAEthiE 1 S S BN BRI ERRELR, B E£ S MEDE L Other diseases Spondyloepimetaphyseal dysplasia with joint laxity, type 1, with or without fractures
ZDtDEE BAERShIR & 5 B B in B 8 in ERAAE, 25 Other diseases Spondyloepimetaphyseal dysplasia with joint laxity, type 2
FDMDEE EHBNBRIRERAE G - E¥RKIER Other diseases Spondyloepimetaphyseal dysplasia-short limb-abnormal calcification syndrome
ZDtDEE BHBIHBHIRERMIE, dirocco B Other diseases Spondyloepimetaphyseal dysplasia, di rocco type
FDMDEE EHBHBHRIREMRAE. Genevieve & Other diseases Spondyloepimetaphyseal dysplasia, Genevieve type
ZDtDEE B BB HIRERRIE, Isidor-Toutain! Other diseases Spondyloepimetaphyseal dysplasia, Isidor-Toutain type
FDMDEE EHBHBHIREMRBE. Missouri! Other diseases Spondyloepimetaphyseal dysplasia, Missouri type
ZDthDEE B BB HIRERIE, pakistanif! Other diseases Spondyloepimetaphyseal dysplasia, pakistani type
FDMDEE EH BN BHIREMRBE. Strudwick®! Other diseases Spondyloepimetaphyseal dysplasia, Strudwick type
ZDtDEE BHBIHEMRE Other diseases Spondyloepiphyseal dysplasia

FDMDESE EREEHBIRERBE Other diseases Spondyloepiphyseal dysplasia congenita

ZDtDEE BEHBIRERMRA. Maroteaux®! Other diseases Spondyloepiphyseal dysplasia Maroteaux type
ZDMDES EXEEEHBIRERRE Other diseases Spondyloepiphyseal dysplasia tarda

ZDthDEE RRMMEMAREZE S BB IHERRAE Other diseases Spondyloepiphyseal dysplasia with congenital joint dislocations
ZFDMDES HEHBIHERMKA. kondo-fufi! Other diseases Spondyloepiphyseal dysplasia, kondo-fu type
ZDtDES BEHBIRERMRAE. stanescu®! Other diseases Spondyloepiphyseal dysplasia, stanescu type
ZFDMDES EHBRIRERRE Other diseases Spondylometaphyseal dysplasia

ZDtDES BHBHIBERBIE, Sutcliffe! Other diseases Spondylometaphyseal dysplasia - Sutcliffe type
ZFDMDES R - FASZA PO — %S EHBHIRERRIE Other diseases Spondylometaphyseal dysplasia-cone-rod dystrophy syndrome
ZDtDEE BHBHIRERIE, KozlowskiZ! Other diseases Spondylometaphyseal dysplasia, Kozlowski type
ZFDMDES EMAEEMRE—ERBEE Other diseases Spondyloperipheral dysplasia-short ulna syndrome
ZDMDEER BIRIRE N, IR Other diseases Spongy degeneration of central nervous system
ZFDMDES AV T L UERERRIBE Other diseases Squalene synthase deficiency

ZDMDEER Stuve-Wiedemann fE{ZEE Other diseases Stveve-Wiedemann syndrome

ZFDMDES AT—UsDEEBER Other diseases Stage 5 chronic kidney disease

ZDMDEER Stankiewicz-IsidorjiE {% & Other diseases Stankiewicz-Isidor syndrome

ZFDMDES ABA—HI M Other diseases Stargardt disease

ZDMDEER AE—HIL FEL Other diseases Stargardt disease 1

ZFDMDES A2 —HI hE3 Other diseases Stargardt Disease 3

ZDMDEER RAE—=HIL bE4 Other diseases Stargardt disease 4

ZOMDEE STAT3Q HREME 1§ Other diseases STAT3 gain of function

ZDtDES TADABFRE/ T VWA BRRIKE Other diseases Status epilepticus

ZFDMDES ZEMEIERER Other diseases Steatocystoma multiplex

ZDMDEER steelfE{REE Other diseases Steel syndrome

ZFDMDES EERNRT, -OvFoy Other diseases Stereotypical body rocking

ZDMDEER FERNEFOUVHIRL Other diseases Stereotypical hand wringing

ZFDMDES HEAE Other diseases Stereotypy

ZDtDES RTEA PR T O—EERE Other diseases Steroid-resistant nephrotic syndrome

ZFDMDES AT A VY T—EER Other diseases Stickler syndrome

ZDtDES AT A VY 5 —EIRE1E Other diseases Stickler syndrome type 1

ZFDHDES AT A9 5 —RERER Other diseases Stickler syndrome type 2

ZDMDEE AT A VY 5 —REIREAR Other diseases Stickler syndrome, type 4

ZFDHDES RSB EERE Other diseases Stiff skin syndrome

ZTDMDEE EE Other diseases stillbirth

ZFDHDES AR FURZHEANA FOYA b= X-RPHES Other diseases Stomatin-deficient cryohydrocytosis with neurologic defects
ZDtDES M/MEDR FL—C T—ILFK Other diseases Storage pool disease of platelets

ZFDHDES StormorkendE & & Other diseases Stormorken syndrome

ZTDMDEE pgsd Other diseases Strabismus

ZFDHDES A FLRMREKE Other diseases Stress urinary incontinence

ZTDMDEE M AR S Other diseases Striae distensae

ZFDHDES BEEREBEREREIEE 2 Other diseases Striatal degeneration, autosomal dominant 2
ZDtDES RERIRTE, mAIME, TSR -1 —0/F— Other diseases Striatal necrosis, bilateral, and progressive polyneuropathy
T D DEE T 18 Other diseases Stridor

ZTDHDEE By Zxch/ZE cp Other diseases Stroke

ZFDHDES Stromme JE{ZEE Other diseases Stromme syndrome

ZDtDES HMMEEREF S NOBENEE LESRERE Other diseases Structural brain anomalies with impaired intellectual development and craniosynostosis
ZOMHDEE BT HEE Other diseases Subcutaneous nodule

ZDtDES aANYBEIILTITE REKEBERRISE Other diseases Succinate-semialdehyde dehydrogenase deficiency
ZFDHDES $49 = )L-CoA3-7 FEECOARS VR 7 S—ERIBE Other diseases Succinyl-CoA acetoacetate transferase deficiency
ZDtDES A9 5—¥ - AYIIILE—ERIEE Other diseases Sucrase-isomaltase deficiency

ZOMDEE TR Other diseases Sudden death

Z0HhDEE FLIRRARIEREIREE Other diseases SUDDEN INFANT DEATH SYNDROME

ZFDHDES RBEMBRFEEES I RERE Other diseases Sudden infant death with dysgenesis of the testes syndrome
ZDMDEE Suleiman-El-HattabjE & B Other diseases Suleiman-El-Hattab syndrome

ZFDHDES H—TJ7 93 FRBEE 1 Other diseases Surfactant metabolism dysfunction, pulmonary, 1
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ZDtDEE =278 FBE Other diseases Surfactant metabolism dysfunction, pulmonary, 2
FDMDES H—270 482 FRERE Other diseases Surfactant metabolism dysfunction, pulmonary, 3
ZDtDEE Y—J 708 FREIES Other diseases Surfactant metabolism dysfunction, pulmonary, 4
FDHDES TS5 )T DR Other diseases Susceptibility to malaria

FDMDEE Sveinsson #BARIEIZZENME Other diseases Sveinsson chorioretinal atrophy

ZDMDER SHHEABRLDOEED Lb, kXM 1 Other diseases Symmetric circumferential skin creases, congenital, 1
ZTDHDEE POk DS TR B AR Other diseases Symmetrical dyschromatosis of extremities
ZDMDER SIREEEIRE Other diseases Symphalangism-brachydactyly syndrome
ZDtDES SIBAE M RIIA Other diseases Symphalangism, proximal, 1A

ZDMDER P Other diseases Syncope

ZDtDES XEHEANEE Other diseases Syndromic intellectual disability, X-linked
ZDMDER SERTE/NRERSE SR Other diseases Syndromic microphthalmia type 5

ZDtDES X A 1B T 1R B Lubs B! Other diseases Syndromic X-linked intellectual disability Lubs type
ZDMDEER XIS B E IR B, SideriusE! Other diseases Syndromic X-linked intellectual disability Siderius type
ZDtDES XESHME AR AEIREE . Snyder®! Other diseases Syndromic X-linked intellectual disability Snyder type
ZDMDEER XESEFE MR AEIR B, Cabezas®! Other diseases Syndromic X-linked mental retardation, Cabezas type
ZDtDES BERS Other diseases Synophrys

ZDMDER LEIEE Other diseases Synpolydactyly 1

ZoHDEE TR RETSE. EXUREE. TP 0T 14— Other diseases T-cell immunodeficiency, congenital alopecia, and nail dystrophy

T-cell immunodeficiency, recurrent infections, and autoimmunity with or without cardiac

ZTODEE THRMERETSE. BRMBRPE. BRREME/-DEFR Other diseases malformations

ZDtDES INBTHEIRE Y L/ ERBAE, BERERER A/ MR AT 41— Other diseases T-cell lymphopenia, infantile, with or without nail dystrophy, autosomal dominant
ZDtDES THIEM 7 0 ) >/ Bk B s Other diseases T-cell prolymphocytic leukemia

ZDMDES T2 RNBHE (R Other diseases Takenouchi-Kosaki syndrome

ZDtDES KEEBMERE Other diseases Talipes valgus

ZTohDEE Bk Other diseases Tall stature

Z0HhDEE TARPE f& ¥ Other diseases TARP syndrome

ZTohDEE iR - FIRE SRR Other diseases Tarsal-carpal coalition syndrome

FDMDEE Tatton-Brown-rahmanjE & & Other diseases Tatton-Brown-rahman syndrome

ZDMDES TA-H VI RE Other diseases Tay-Sachs disease

ZDMDES TA-$ v YR/ /N) T bAB Other diseases Tay-Sachs disease, variant AB

ZDMDER BEIE Other diseases Teeth, supernumerary

ZTDMDEE BR £ B Other diseases Telecanthus

ZDMDER Temple-BaraitserfiE (X & Other diseases Temple-Baraitser syndrome

ZDMDEE HEEES =g S Hnd Other diseases Temporal cortical atrophy

ZDMDEER TemtamyfiE{ZEE Other diseases Temtamy syndrome

ZDMDES RIRATEM Other diseases Tension-type headache

ZohDEE D#iZi] Other diseases Teratoma

ZDMDES R IBHRIE IR R/ N BRI IR R Other diseases Testicular regression syndrome

ZDMDEER FAMRTAVI7B-TE KOS F—ERIBE Other diseases Testosterone 17-beta-dehydrogenase deficiency
ZDMDEE TER=— Other diseases Tetany

ZOhDEE TH—HHI—F Other diseases Tethered cord

FDMDEE Fallot PR Other diseases Tetralogy of Fallot

ZDtDEE A3 b7+ ) v BEMRAELR Other diseases Thanatophoric dysplasia type 1

ZDMDES A4 b2+ ) o BERKAER Other diseases Thanatophoric dysplasia, type 2

ZDMDER F7 I URSHEREERES (TEY— FERER) Other diseases Thiamine metabolism dysfunction syndrome 5 (episodic encephalopathy type)
ZDMDES AWEE Other diseases Thick eyebrow

ZDMDER EfLTOEREE Other diseases Thick lower lip vermilion

ZDMDEE B, EOREWN Other diseases Thick upper lip vermilion

ZOhDEE EBEVELH Other diseases Thick vermilion border

ZOMDEE B A= o Other diseases Thickened nuchal skin fold

ZDMDEER Thiel-Behnke R AE X kO T 1 Other diseases Thiel-Behnke corneal dystrophy

ZTDHDEE HUOEE Other diseases Thin skin

ZDMDER B, EOE B Other diseases Thin upper lip vermilion

ZDMDES 3-MIEIREFL Other diseases Three M syndrome 1

ZDMDER 3-MAEMRE2 Other diseases Three M syndrome 2

ZDHDEE 3-MAEfEEE3 Other diseases Three M syndrome 3

ZDtDES Juil\y;dinknd Other diseases Thrombocythemia 1

ZFDMDES /MR fLSE 1 Other diseases Thrombocythemia 3

ZDtDES /R AME 3 Other diseases Thrombocytopenia

ZotDEE /M RBAE 1 Other diseases Thrombocytopenia 1

ZDtDEE /N AME 2 Other diseases Thrombocytopenia 2

ZFDMDES I/NMRBAE 5 Other diseases Thrombocytopenia 5

ZDtDES M/NREAME, U/MREEEREE, S0, FHEL I OE VHE Other diseases Thrombocytopenia, platelet dysfunction, hemolysis, and imbalanced globin synthesis
ZDDEE FMBREREEEAMEE S H & HXGEH MR Other diseases Thrombocytopenia, X-linked, with or without dyserythropoietic anemia
ZDMDEER i BEEKENE Other diseases Thrombophilia due to protein S deficiency, autosomal dominant
ZFDMDES kSt Other diseases Thrombophilia due to protein S deficiency, autosomal recessive
FDDESE B ERENE Other diseases Thrombophilia, hereditary, due to protein C deficiency, autosomal dominant
ZFDMDES EEEASHE Other diseases Thrombophilia, hereditary, due to protein C deficiency, autosomal recessive
ZDMDEER factor IXRIBIZ & A x:@E#EM MigERE Other diseases Thrombophilia, X-linked, due to factor IX defect

ZFDMDES rOVREY U ERBERRIBE Other diseases Thromboxane synthetase deficiency

ZDMDEER BIEOER Other diseases Thumb deformity

ZotDEE HaRRiE Other diseases Thymoma

ZTOhDEE FRRARAE Other diseases Thyroid adenoma

ZFDMDES FRIBHRILECSRESL Other diseases Thyroid dyshormonogenesis 1

ZDMDEER FRIRHBILECRBES Other diseases Thyroid hormone metabolism, abnormal

ZFDMDES FIRIRRILE D FIGE, FEK Other diseases Thyroid hormone resistance, selective pituitary

ZDMDEER BEHCA RO 4— Other diseases Tibial muscular dystrophy

ZFDMDES EEAREE Other diseases Tibial pseudoarthrosis

ZDMDEER T Ay VIERE Other diseases Tietz syndrome

ZFDMDES TimothyJiE & B Other diseases Timothy syndrome

ZOMHNESR TMEM199-CDG Other diseases TMEM199-CDG

ZFDHDES Toriello-Lacassie-DrostefE iR & Other diseases Toriello-Lacassie-Droste syndrome

ZDtDES WECA =76 Other diseases Torsion dystonia 6

ZOMHDEE paks] Other diseases Torticollis

ZDMDEE Townes§E & EE Other diseases Townes syndrome

ZFDHDES Townes-BrocksfEIREE1 Other diseases Townes-Brocks syndrome 1

ZDtDES SEREE Other diseases Tracheoesophageal fistula

ZFDHDES FSURANT I UIRSHE Other diseases Transcobalamin | deficiency

ZDtDES rSURANS I VIRZE Other diseases Transcolabamin Il deficiency

ZFDHDES FERICE TS —BEKEE Other diseases Transient bullous dermolysis of the newborn

ZTDMDEE — i A ofn S 4E Other diseases Transient ischemic attack

ZFDHDES —BtE B BAIE T A IR B Other diseases Transient myeloproliferative syndrome

ZDMDEER ) —Fr— - 3 O XERE Other diseases Treacher Collins syndrome

ZFDHDES ) —Fv— 0 U XEER Other diseases Treacher Collins syndrome 1

ZDMDEER F)—Fr— -3 U XERES Other diseases Treacher Collins syndrome 3

ZOMHDEE R Other diseases Tremor

ZTDHMDEE ZAMDE Other diseases Triangular face

ZFDHDES EE-F-ERE Other diseases Trichohepatoenteric syndrome

ZDtDES E2-T-BEIRE Other diseases Trichohepatoenteric syndrome 1

ZFDHDES EEH-BEEE2 Other diseases Trichohepatoenteric syndrome 2

ZDtDES EENHEREREEIRE Other diseases Trichohepatoneurodevelopmental syndrome

ZFDHDES EEEEBHES/DAE-BEARRENE Other diseases Trichomegaly-retina pigmentary degeneration-dwarfism syndrome
ZDtDES EZSEMERRE 18 Other diseases Trichorhinophalangeal dysplasia type |

ZFDHDES EEZRIEHEMAES B Other diseases Trichorhinophal | syndrome, type Il

ZDtDES BERZUHEZRBTERRE Other diseases Trichothiodystrophy

ZDDEE BERZUHERRBEREE 1, XRBHME Other diseases Trichothiodystrophy 1, photosensitive
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ZDtDEE BERZHEZRABTERE 3, XRBHME Other diseases Trichothiodystrophy 3, photosensitive
ZDHDEE BERZUHERREREE 1, FRBBEME Other diseases Trichothiodystrophy, nonphotosensitive 1
ZDtDEE BBEEES VI L) FEREER Other diseases Triglyceride storage disease with ichthyosis
FDHDES BEE/=fEEEE 1 Other diseases Trigonocephaly 1
ZDtDES BESR-EEEH Other diseases Trigonocephaly-short stature-developmental delay syndrome
ZDMDER FUAFS S URE Other diseases Trimethylaminuria
FDMDEE RUFFF—F -FMNV I S—ERZE Other diseases Triokinase and FMN cyclase deficiency syndrome
ZDMDES bUA—RY VAV AS—HERZE Other diseases ri e isomerase
ZDtDES kOA Y —ERE Other diseases Troyer syndrome
ZDMDER BAPIES R REIREE Other diseases Tumor susceptibility linked to germline BAP1 mutations
ZDtDES FEMEESRERILE S ) o nEYE Other diseases Tumoral calcinosis, hyperphosphatemic, familial
ZDMDER A—2y MERE Other diseases Turcot syndrome
ZDMDEE Turnpenny-fryfE{Z & Other diseases Turnpenny-fry syndrome
ZTohDEE HERFE2E Other diseases Type 2 diabetes mellitus
ZDtDES ik 8 kiR Other diseases Type Il complement component 8 deficiency
ZDMDEER B S IEE4E Other diseases Type IV short rib polydactyly syndrome
ZDtDES FOLF—CEMERRKEEARE Other diseases Tyrosinase-negative oculocutaneous albinism
ZTohDEE FOoF—FIBHRRREARE Other diseases Tyrosinase-positive oculocutaneous albinism
ZOMOEE UDPF L I—R4-TEAS—HRIBE Other diseases UDPglucose-4-epimerase deficiency
ZDMDER Y Yy EREREH A DT 41— Other diseases Ullrich congenital muscular dystrophy 1
ZDtDES RAZe Other diseases Ulnar bowing
ZDMDER RE - JLEAEIRE Other diseases Ulnar-mammary syndrome
ZTDHDEE BEAL=TF Other diseases Umbilical hernia
ZDMDER HTENEHVERERE Other diseases Uncombable hair syndrome 1
ZDtDES REELGRE Other diseases Underdeveloped nasal alae
ZDMDER FAEEERE Other diseases Unilateral renal agenesis
TDHDEE HAMNE Other diseases Unilateral strabismus
ZDMDER SAFRE Other diseases Unsteady gait
FDMDEE Unverricht-LundborgfiE{Z B Other diseases Unverricht-Lundborg syndrome
ZDMDEER LRBEETRE Other diseases Upper limb undergrowth
FDMDEE Upshaw-SchulmanfE {& & Other diseases Upshaw-Schulman syndrome
ZTohDEE RiEFAH Other diseases Urethral atresia
ZDMDEE D) TUs —1) VERRAKRE FOS—ERBEIC K EMtEE M Other diseases Uridine 5-prime monophosphate hydrolase deficiency, hemolytic anemia due to
ZDMDER HERBEBIE R AR RS Other diseases Urinary bladder sphincter dysfunction
ZDMDEE Bht7 h=— Other diseases Urinary bladder, atony of
ZDtDEE DAH=VEBE RSE—ERZE Other diseases Urocanate hydratase deficiency
ZDMDES FREREBAEIREEL Other diseases Urofacial syndrome 1
ZohDEE ERD Other diseases Urticaria
ZDMDES FEFBHE Other diseases Uterine leiomyoma

FOMRBBEL Other diseases UV-sensitive syndrome 1

SRR EUE2 Other diseases UV-sensitive syndrome 2

RESBAS /=X

Other diseases

Uveal melanoma

ZOMDEE JKBESE %4 5 VACTERL E & Other diseases VACTERL association with hydrocephalus
ZDMDEER Van den Ende-GuptafE {& & Other diseases Van den Ende-Gupta syndrome

FDMDEE Van der WoudefE {& 2 Other diseases Van der Woude syndrome

ZDMDER Van der WoudefE f& &1 Other diseases van der Woude syndrome 1

FDMDEE Van der WoudeJE&Ef2 Other diseases Van der Woude syndrome 2

ZDMDER Van Esch-O'Driscoll fE % Other diseases Van Esch-O'Driscoll syndrome

FDMDEE Van MaldergemfEIR & Other diseases Van Maldergem syndrome

ZDMDEER Van MaldergemfiE{Z &1 Other diseases Van Maldergem syndrome 1

FDMDEE Van MaldergemfE{REf2 Other diseases Van Maldergem syndrome 2

ZDMDEER EERMEZTBHDANY TV + Other diseases Variant of unknown significance

ZDMDES BERRILT 1) VE Other diseases Variegate porphyria

ZDMDER | E, SR AR AR, XEHE Y Other diseases Vas deferens, congenital bilateral aplasia of, X-linked
FDMDEE Mg, —REHN Other diseases Vascular malformation, primary intraosseous
ZDMDES J27—8—E&/77—2—&a# Other diseases VATER association

ZotDEE SN Other diseases Ventriculomegaly

ZDMDEER ERBAE £ 4 S MEILK Other diseases Ventriculomegaly with cystic kidney disease
ZotDEE VerheijfE {5 Other diseases Verheij syndrome

ZDMDER HEEE - AW/ THRESE Other diseases Vertebral anomalies and variable endocrine and T-cell dysfunction
FDMDESR VACTERL fEIREE 1 Other diseases Vertebral, cardiac, renal, and limb defects syndrome 1
ZDMDEER VACTERL fE{%Ef 2 Other diseases Vertebral, cardiac, renal, and limb defects syndrome 2
FDMDEER VACTERL fE{ZEE 3 Other diseases Vertebral, cardiac, renal, and limb defects syndrome 3
ZDtDES HEL Other diseases Vertigo

ZFDMDES Ververi-BradyfE IR B Other diseases Ververi-Brady syndrome

ZTOMDEE Efle\/él:;;/\iﬂékfggk%ﬁﬁi/@ﬁﬁﬁ?’ Z- Other diseases Very long chain acyl-CoA dehydrogenase deficiency
ZTohDEE BEE PR B R Other diseases Vesicoureteral reflux

ZotDEE VicifEIZEE Other diseases Vici syndrome

ZDMDEER TR, B R EE Other diseases Visceral heterotaxy 5, autosomal

ZDtDEE S A SF— Other diseases Visceral myopathy

ZDMDEER RiEtEBA = 2 —ONXF—, BLEEEENE Other diseases Visceral neuropathy, familial, autosomal dominant
ZOMDEE VissfE (&2 Other diseases VISS SYNDROME

ZDMDEER Vissers-BodmerfiE 1 & Other diseases Vissers-Bodmer syndrome

ZOMNEE BHEEE Other diseases Visual field defect

ZDMDEER HEEE Other diseases Visual impairment

ZOMDEE BAEE Other diseases Visual loss

ZDtDES EA S Ubl2MiiE LALEHBERE 1 Other diseases Vitamin b12 plasma level quantitative trait locus 1
ZotDEE EA I VBLRREETILI 7 AFIILIOVEMA c b | AR Other diseases Vitamin B12-responsive methylmalonic acidemia type cblA
ZDMDEER EA I UBREBETILI 7 2 FI O VEEIMEc b | BE Other diseases Vitamin B12-responsive methylmalonic acidemia type cbIB
ZFDMDES EZ2 I DE FOFVILERZHL BFE1bE Other diseases Vitamin d hydroxylation-deficient rickets, type 1b
ZDMDEER E4 = UDIRGHD K 2HEIAR Other diseases Vitamin D-dependent rickets type 1A

ZFDHDES BREEEESESR S VDKREEHD L BREIE Other diseases Vitamin D-dependent rickets type Il with alopecia
ZDtDES E4Z I UDIkFEHED < BFEIE Other diseases Vitamin D-dependent rickets, type 1

ZFDHDES NERERSRA PO T 4 38 Other diseases vitelliform macular dystrophy 3

ZDtDES MERERCRA O T 428 Other diseases Vitelliform macular dystrophy type 2

ZFDHDES B F A REIREEE Other diseases Vitreoretinochoroidopathy

ZDtDES T FAMBIEAE, 3 I E D RIE Other diseases Vitreoretinopathy, neovascular inflammatory
ZFDHDES I+ 94 LTS5V RRLIE Other diseases von Willebrand disease type 1

ZDMDEE I T4 LISUFFE2R Other diseases von Willebrand disease type 2

ZFDHDES I+ J4 LTSV Rm2MmE Other diseases von Willebrand disease type 2M

ZDMDEE T4 - T4 LTSV RFFE2NE Other diseases von Willebrand disease type 2N

ZFDHDES I+ J4 LTSV F®E3E Other diseases von Willebrand disease type 3

ZDtDES I T4 LIS RESHR Other diseases Von Willebrand disease, recessive form
ZFDHDES T4+ I4 LTS5 Fimail Other diseases von Willebrand disease, type 2a

ZDMDEER I2A2 T4 LTS FiFE Other diseases von Willebrand disease, type 2b

T D DEE T4 T4 LTSV KR Other diseases von Willebrand disorder

ZDtDES T—=IT 2TV EEE Other diseases Waardenburg syndrome

ZFDHDES T=ILT Y TV EERE Other diseases Waardenburg syndrome type 1

ZDtDES T—=ILT > T IV EIEE AR Other diseases Waardenburg syndrome type 2A

ZFDHDES T=IT Y TIVTEERE 2R Other diseases Waardenburg syndrome type 2E

ZDtDES D—ILT Y IV EIERE3E Other diseases Waardenburg syndrome type 3

ZFDHDES T—=ILT Y TIVT EIRE 4 AR Other diseases Waardenburg syndrome type 4A

ZDtDES D—ILT Y I fElREE 4 BEL Other diseases Waardenburg syndrome type 4B

ZFDHDES T=ILT YTV EER 4CR Other diseases Waardenburg syndrome type 4C

ZDtDES FEEESHE Other diseases Waddling gait

ZFDHDES WagnerfiE {& & Other diseases Wagner syndrome
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ZDtDEE ERXMH TR O T 4 —. Walker-Warburg®! Other diseases Walker-Warburg congenital muscular dystrophy
FDMDES D—=)LILY - 25 OEEA Other diseases Warburg micro syndrome 1

ZDtDEE J=ILINT - SHOERE2 Other diseases Warburg micro syndrome 2

FDHDES IV ¥ DHIREIRE Other diseases Warsaw breakage syndrome

FDMDEE Webb-Dattani fE{EEf Other diseases Webb-Dattani syndrome

ZTohDEE RRE Other diseases Webbed neck

FDMDEE Weill-MarchesanifiE {&Ef 1 Other diseases Weill-Marchesani syndrome 1

ZDMDER Weill-MarchesanifE {& &2 Other diseases Weill-Marchesani syndrome 2

FDMDEE Weiss-Kruszka JE{ZEEE Other diseases Weiss-kruszka syndrome

ZDMDER IS A —BEME I AT~ Other diseases Welander distal myopathy

FDMDEE White-Sutton SEIREE Other diseases White-sutton syndrome

ZTohDEE ARELHEI+ V2RI Other diseases Wide anterior fontanel

TDHDEE BIEDEEBEDES Other diseases Wide cranial sutures

ZDMDEER J5WVELEE R BE Other diseases Wide intermamillary distance

TDHDEE =/~ Other diseases Wide mouth

ZTohDEE CRNS Other diseases Wide nose

FDDEE Wieacker-WolfffE {& B Other diseases Wieacker-Wolff syndrome

ZDMDER Wieacker-Wolff JE{X 3, KR E Other diseases Wieacker-Wolff syndrome, female-restricted
FDMDEE ied -SteinerfEIEEE Other diseases Wiedemann-Steiner syndrome

ZDMDER Wilson- Turner X3 §5 P45 #HE IR B Other diseases Wilson-Turner X-linked mental retardation syndrome
FDMDESE 4Ry k- FILEY Y FERE Other diseases Wiskott-Aldrich syndrome

ZDMDER Witteveen-kolkJE {& B Other diseases Witteveen-kolk syndrome

FDMDEE Wolcott-RallisonfE{Z ¥ Other diseases Wolcott-Rallison dysplasia

ZDMDER T IS—=F VY - IRTA b (Wolff - Parkinson * White) #JEIK Other diseases Wolff-Parkinson-White pattern

Z DR VAT T LEREL Other diseases Wolfram syndrome 1

ZDMDER Wolfram #RIEIREE, B R BEEBME Other diseases Wolfram-like syndrome, autosomal dominant
TDHDEE AT A Other diseases Wolman disease

ZDMDES Worth 2 2 (A E BRI E Other diseases Worth disease

ZDtDES XEH M SRR 1 Other diseases X-linked chondrodysplasia punctata 1
ZDMDEER X SH MK EBIE Other diseases X-linked hydrocephalus syndrome
FDMDESE AT 7 A —EREEFESIXGEBEE L ABBEGRE Other diseases X-linked ichthyosis with steryl-sulf: deficiency
ZDtDEE XEFHEMMEE, EaPEEEEH S ERETHAERE Other diseases X-linked intellectual disability-hypotonic face syndrome
ZDMDEE X ) o/ \ETE R R Other diseases X-Linked Lymphoproliferative Syndrome

XEEMREHER, I T 7 AR

Other diseases

X-linked mental retardation with marfanoid habitus syndrome

ZDMDEE XEHUBREEARETSE Other diseases X-linked severe combined immunodeficiency
ZDtDEE XIEEH T B E S R AT P BRI AME Other diseases X-linked severe congenital neutropenia
ZotDEE BRI 4 S CE MBS BRI M Other diseases X-linked sideroblastic anemia with ataxia
ZDtDEE FYHUFURESZA TN Other diseases Xanthinuria type Il

ZDMDES BRUGEREAR Other diseases Xeroderma pigmentosum group A

ZDMDEER BREEREY (NUTUh) B Other diseases Xeroderma pigmentosum variant type
ZDMDEE BREEEERE Other diseases Xeroderma pigmentosum, cc tation group b
ZDthDEE R RIECEH Other diseases Xeroderma pigmentosum, group C

ZDMDEE B R AEDE Other diseases Xeroderma pigmentosum, group D

ZDMDEER R RIECR Other diseases Xeroderma pigmentosum, group E

ZDMDES B RAEFE Other diseases Xeroderma pigmentosum, group F

ZDMDER BRI RAEGE Other diseases Xeroderma pigmentosum, group G

Z0MDEE XFETO Dz OA RERE Other diseases XFE progeroid syndrome

ZDtDEE Sy - XTRERE Other diseases Xia-Gibbs syndrome

ZDMDEE EEUNA—FIYUR Other diseases Young-onset Parkinson disease

ZDthDEE A= R/NOUEIRRE Other diseases Yunis-Varon syndrome

ZDMDEE TILy 4 H—IiERE Other diseases Zellweger syndrome

ZDMDEER Zimmermann-LabandfE & EE1 Other diseases Zimmermann-Laband syndrome 1

ZTDHDEE HRAESEANE 3 Other diseases Zonular pulverulent cataract 3

ZDtDEE ZTTKIEIR B Other diseases ZTTK syndrome

ZDMDES HEAE 13 Other diseases Hypotrichosis 13

ZDMDER BATREE £ FR N 1A Other diseases Glaucoma 1, open angle, A

ZDHDEE /NERERAE 2 Other diseases Nanophthalmos 2

ZDMDEER BREBRELE Other diseases Alopecia of scalp

ZotDEE AEEEBETALAT Other diseases Epilepsy, idiopathic generalized 7

ZDtDES BEMHMEME=2—0/ F—, Dejerine-Sottas fEIEEF Other diseases Dejerine-Sottas syndrome, autosomal dominant
ZotDEE TARDBP B & AiTEA I SR ZE B SR 40 SE Other diseases TARDBP-related frontotemporal dementia
ZDMDEER FRRTADEARE Other diseases Sudden unexplained death

ZDtDEE FLIR B SRAERBAE 1 Other diseases Infantile myofibromatosis 1

ZDtDES TADLAEES BEREREBHEIMEE S5 Other diseases Intellectual disability, autosomal dominant 55, with seizures
ZotDEE R IR - IX = RAEBEEBAER Other diseases Smith-Magenis Syndrome-like

ZDMDEER EEEREEEMER 33 Other diseases Mental retardation, autosomal dominant 33
ZotDEE ROBERES S UVBEREEFH S AREIEE Other diseases Neurodevelopmental disorder with structural brain anomalies and dysmorphic facies
ZTohDEE NERIERN S BIES Other diseases Small intestine carcinoid

ZFDMDES EEeARSENERRERERAE Other diseases Heterotopia, periventricular, autosomal recessive
ZDtDES & BbAE Other diseases Toe syndactyly

ZFDMDES o P i /AR B B K i /MR AME Other diseases Bleeding disorder platelet type macrothrombocytopenia
ZDMDEER EEEREEMMNEERE 59 Other diseases Intellectual developmental disorder 59
ZFDMDES REEE Other diseases Poor speech

ZDMDEER BEEMIRHE Other diseases Severe intellectual deficiency

ZotDEE DemirhanZ! & {7 o Fé1 s R 4 RRAE Other diseases Acromesomelic dysplasia, Demirhan type
ZDtDES R ERARTTHE Other diseases Upper limb hypertonia

ZotDEE BEEHE Other diseases dystrophia

ZDtDES X —F UFERERE R Other diseases Noonan-like syndrome

ZFDMDES BRI E 14 5 XE SR B IR R Other diseases Mental retardation-hypotonic facies syndrome, X-linked
ZDMDEER INR/BESITTREE Other diseases Inability to walk by childhood/adolescence
ZDDEE WDR3SEH:E A S RS R Y AL Other diseases WDR35-Related Disorders

ZTOhDEE EMERT Other diseases Low-set ears

ZFDHDES B LR MREIRRE 9 Other diseases Lethal congenital contracture syndrome 9
ZDtDES B RE Other diseases Malignant hyperthermia

ZOMHDEE INXREBDIER R E 1= [ RIE Other diseases Aplasia/Hypoplasia of the cerebellum

ZDtDES EEEARSHRESSE Other diseases Fundus albipunctatus, autosomal recessive
ZFDHDES FRMKTENE TAN AR Other diseases epileptic encephalopathy, early infanitle, 1
ZDtDES HEITHERNEE Other diseases Progressive encephalopathy

ZFDHDES BHERSLUESEREAESESAETANA Other diseases Rolandic epilepsy with mental retardation and speech dyspraxia, X-linked
ZTDMDEE ETEHAET Other diseases Progressive muscle weakness

ZOHDEE M BRMBEEZHSESRE Other diseases Short stature with nonspecific skeletal abnormalities
ZTOtDEE ?;7\*1/ LVENELBALREL XS —EREE. I PV EVT Other diseases Phosphoenolpyruvate carboxykinase deficiency, mitochondrial
ZDtDES |=%i-Ehd Other diseases Large hands

T D DEE Bz Other diseases Absence of the sacrum

ZDtDES EW8R Other diseases Wide nasal bridge

ZOMHDEE RESBRIBEH S MAEH/NRBRIE 3 Other diseases Microphthalmia, isolated, with coloboma 3
ZDtDES IMFEHE/NRERSE 10 Other diseases Microphthalmia, isolated, with coloboma 10
ZFDHDES FERAES R rO 74— 1E Other diseases Macular corneal dystrophy, type Il

ZDtDES EhatEEER R Other diseases Cystic renal dysplasia

ZFDHDES EH IV 9 LFRAE & 1% 5 BartterfE{E 835! Other diseases Bartter syndrome, type 3, with hypocalciuria
ZDtDES BHIZLIR TANAERIE 15 Other diseases Early infantile epileptic encephalopathy 15
ZDDEE Zimmermann-LabandJE & Ef 2 Other diseases Zimmermann-Laband syndrome 2

ZDMDEE Hydrolethalus fE{REE 1 Other diseases Hydrolethalus syndrome 1

ZFDHDES EEHBECA 0T 4 — Other diseases Retinal dystrophy, early-onset severe

ZTDHMDEE FINBBSE S —t > (Larsen) fE{EHE Other diseases FLNB-Related Disorders

ZFDHDES FrvIam Other diseases Cap myopathy 1
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ZTDHDEE BRUERETEE Other diseases Recurrent subcortical infarcts

FDMDES BEI4JV /5 UE Other diseases Hypodysfibrinogenemia, congenital

ZDtDEE EEEZFS BEEREHEMNRERE 63 Other diseases Intellectual developmental disorder, autosomal dominant 63, with macrocephaly
ZOtDEE 5 YT ~DOfittE Other diseases Malaria, resistance to

ZDtDES HEEES BRI MERE Other diseases Spherocytosis, type 1, autosomal recessive

ZDMDER BEE Other diseases Kidney damage

ZTDHDEE BRUEMETE3 Other diseases Premature ovarian failure 3

ZDMDER KRB/ HRAAFRIRDER Other diseases Abnormality of metabolism/homeostasis

ZDtDES HEITHERNE B K AE Other diseases Progressive ventriculomegaly

ZDMDER FHERERE-BHARA- R EAREE- SRNEEER Other diseases Optic atrophy-ataxia-peripheral neuropathy-global developmental delay syndrome
FDMDEE EBEEARLHEREMERS 44 Other diseases Mental retardation, autosomal recessive 44

ZDMDER BEAEERLHEEXEANE 4 Other diseases Cataract, autosomal recessive congenital 4

ZDtDES BEMLFR-BEMERE Other diseases Structural heart defects and renal anomalies syndrome
ZDMDEER EEHMEE=2—0/F— Other diseases Autosomal recessive Dejerine-Sottas syndrome
FDMDEE M/NRBAE 4 Other diseases Thrombocytopenia 4

ZDMDEER ETHESITRE Other diseases Progressive inability to walk

TDHDEE EATHENNTEE RN KR ERAE & 4 5 F AR T EETE Other diseases Migraine, sporadic hemipl with progressive cerebellar ataxia
ZDMDER FRATE Other diseases Breathing dysregulation

ZDtDES SEMEBIRERKAE 7 Other diseases piphyseal dyspl. multiple, 7

ZDMDER REMEERE Other diseases Absent or delayed speech development

ZDtDESE CYP1B1RAE 5 R IR A& Other diseases CYP1B1-Related Disorders

ZDtDES BAEShAR & 5 HH B iR B8 in ER AU Other diseases Spondyloepimetaphyseal dysplasia with joint laxity
ZDtDES #EER17-0-E ROFX L5 —4/17,20-) 7—ERISE Other diseases Complete combined 17-alpha-hydroxylase/17,20-lyase deficiency
ZDMDES INEEFRE Other diseases Infantile liver failure

ZDtDES ELEEREEMNMEE 48 Other diseases Intellectual disability, autosomal dominant 48
ZDMDER REFSEZFFEDLLEVERDEIEREESKAE Other diseases Ataxia-telangiectasia without immunodeficiency
Z0HhDEE 46, XYPERR TS R R 5 Other diseases 46,XY sex reversal 9

ZDMDER BER R EE Other diseases Scarring alopecia of scalp

ZDtDES FIREZRESRAERE Other diseases Carpal osteolysis

ZDMDEER 46 XYT ORISR Other diseases Female external genitalia in individual with 46,XY karyotype
ZDHDEE EAEES S Other diseases Hypopigmentation of hair

ZDMDER B Y VBMEFFEDLEVRESREBSER RLEE Other diseases Tumoral calcinosis, familial, normophosphatemic
ZDMDEE hE R Other diseases Otitis media, susceptibility to

ZTohDEE | IEERE Other diseases Seizure disorder

ZTDMDEE MR FIL—F > Other diseases Malattia leventinese

ZDMDEER | B AR RIBE Other diseases Coloboma of optic nerve (disease)

FDMDEE BruckfEREf 2 Other diseases Bruck syndrome 2

ZDMDEER Neu-Laxova fE{ZEE 1 Other diseases Neu-Laxova syndrome 1

ZDMDES BINE®RAIEK Other diseases Colpocephaly

ZDMDEER CLCN4RS&Raynaud-Claes JEZEE Other diseases CLCN4-related disorder

ZDMDEE DERRRISIE 5 Other diseases Atrial septal defect 5

ZOhDEE BEmEITLhA Other diseases Motor tics

ZDMDEE BHHETEFRFSME Other diseases Respiratory insufficiency due to muscle weakness
ZDMDEER BEREET Other diseases Neurodevelopmental delay

ZDMDES IKFEHEERIR Other diseases Horizontal nystagmus

ZDMDER BREMMREEE S X—F VEREKRER Other diseases Noonan syndrome-like disorder with loose anagen hair 1

EIATE R ERAE & & UBIETHIARAE % £ 5 FAMEE

Other diseases

Intellectual disability with episodic ataxia and congenital arthrogryposis

K FEEE +/- TADAREFE 1= TN NI EE K IRE

Other diseases

Intellectual developmental disorder with or without epilepsy or cerebellar ataxia

BRESHIL DI LRE

Other diseases

Familial idiopathic hypercalciuria

WEERENE-1EEFEEICS SHEMERE

Other diseases

Retinal ciliopathy due to mutation in the retinitis pigmentosa-1 gene

INHSERE (QIRERERS)

Other diseases

Brugada syndrome (shorter-than-normal QT interval)

XS SEFE IR I 106 Other diseases Intellectual disability, X-linked 106
EXNEN. BRAESSJUEREREZESANEERE Other diseases Intellectual developmental disorder with speech delay, autism, and dysmorphic facies
RIEHERTIRIE Other diseases Hepatic adenomas, familial

CTSCRHE#E/SET Y - LT T —JIVIERE

Other diseases

CTSC-Related Disorders

HMMREEE, BREELME, 72

Other diseases

Intellectual developmental disorder, autosomal recessive 72

“EHRKERE Other diseases Nuclear pulverulent cataract

XIS I T AR IS Other diseases Exudative vitreoretinopathy, X-linked

INBES S UREEREREFE S ARRERE Other diseases Neurodevelopmental disorder with microcephaly and structural brain anomalies
LR Other diseases Foot polydactyly

O4 2 UFA M RMEEE Other diseases Leucine-induced hypoglycemia

&M R MEBRAE 2 Other diseases Elliptocytosis 2

BYSEITFTATY— Other diseases beta zero Thalassemia

BB EMER AU Other diseases Hypoplastic acetabulae

S aR—)LERBICARMLEMRIFTR Other diseases Typical Joubert syndrome MRI findings
BEEREHRES Other diseases Congenital peripheral neuropathy

BT MREAR FIRER Other diseases Arthrogryposis-like hand anomaly
ANHERERES & CHMES Other diseases Cerebral visual impairment and intellectual disability

EIRRIEKZE M S RIS

Other diseases

Skin fragility with non-scarring blistering

BREEERSENEE Other diseases Microcephaly 16, primary, autosomal recessive

BHEETARIEE 7 Other diseases Exudative vitreoretinopathy 7

SeckelSEIEEE 6 Other diseases Seckel syndrome 6

SIRMFEE +/- NN ERE Other diseases Global developmental delay with or without impaired intellectual development
& EISWANN Other diseases BLOOD GROUP--SWANN SYSTEM

ERE AR Other diseases Midface retrusion

Clark-BaraitserfE 1R B Other diseases Clark-Baraitser syndrome

BAS /Y4 b=

Other diseases

Ocular melanocytosis

~NTORYRBEE V0BG

Other diseases

heterogeneous nuclear ribonucleoprotein G, human

EFRFERRAIE Other diseases Macrothrombocytopenia
RIRE TS 8 Other diseases Familial febrile seizures 8

B E RS 1ES H T A RIRE 4

Other diseases

Exudative vitreoretinopathy 4, autosomal recessive

BERENY o/ BB IREE 1AR)

Other diseases

Autoimmune lymphoproliferative syndrome, type 1a

BH - BREOER

Other diseases

Cleft lip with or without cleft palate

ZDMDEE TPE3EERARY LS LEE Other diseases TP63-Related Spectrum Disorders

ZOMHDEE B ERBEREEER 4 Other diseases Mental retardation, autosomal dominant 4

ZTDMDEE BE R MR SR T EE 3 Other diseases Smoking as a quantitative trait locus 3

ZFDHDES ELEEARSUEEREY-ZERE Other diseases Woolly hair, autosomal recessive 2, with or without hypotrichosis
ZTDMDEE MYOCBS# & & Other diseases MYOC-Related Disorders

T D DEE TMEM67BSE & & Other diseases TMEM67-Related Disorders

ZDtDES AR BRAE-/NRERE SE R B Other diseases Anophthalmia-microphthalmia syndrome

ZFDHDES HEEASERREME/NGEE 21 Other diseases Microcephaly 21, primary, autosomal recessive

ZDtDES FaAVIAEEREEEHSIAREST VI VIIEEREREL Other diseases Congenital disorder of glycosylation with defective fucosylation 1
ZFDHDES NNERRAE, BHEE. BEES Other diseases Cerebellar atrophy, visual impairment, and psychomotor retardation
ZDtDES XESH IS RIEHE 1 Other diseases Tooth agenesis, selective, X-linked, 1

ZFDHDES AUVEBR, MNERS S VMBS 245 BERE Other diseases Megalencephaly with thick corpus callosum, cerebellar atrophy, and intellectual disability
ZDtDES 1R IR ENRIE O Other diseases Optic atrophy 9

ZFDHDES KXRMEREER Other diseases Congenital short bowel syndrome 1

ZDMDEER FRMBRF AR E R E M £ 4 L B m/MR A E Other diseases Thrombocytopenia, X-linked, without dyserythropoietic anemia
ZFDHDES ANES OE VEEE (constant spring) Other diseases Hemoglobin constant spring

ZDtDES IR ER B AR AEIRBE 2 Other diseases Cerebrooculofacioskeletal syndrome 2

ZFDHDES EME Other diseases Dysmorphism

ZDMDEE BT A4 S SCN2ARDE 2R TAD A Other diseases SCN2A-related generalized epilepsy with febrile seizures plus
ZFDHDES Cowden JE{ZEE 5 Other diseases Cowden syndrome 5

ZDtDES BRI EEMRE Other diseases Metaphyseal chondrodysplasia

ZFDHDES ARk A ERER U Other diseases Limb hypertonia

ZDtDES kR RETL - FEARNRERE Other diseases Lung damage, immunodeficiency and chromosome breakage syndrome
ZFDHDES \|EIIOTSRAI VME Other diseases Hypoceruloplasminemia
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Z0HhDEE i 5 B8 o LB e B Other diseases High CSF lactic acid

FDMDES PEARIEOEHESA PO T (— Other diseases Patterned dystrophy of the retinal pigment epithelium
ZDtDEE HYBREREET IFRTE Other diseases Respiratory failure requiring assisted ventilation
FDHDES FES Other diseases Darier disease, acral hemorrhagic type

ZDtDES R EES 4 Other diseases Febrile seizures, familial, 4

ZDMDES SPATA7BH SR B Other diseases SPATA7-Related Disorders

Z DR ABCA4BSE R B Other diseases ABCA4-Related Disorders

ZOthDEE SLC26A2BS B R B Other diseases SLC26A2-Related Disorders

FDMDEE van Buchemy7 2&! Other diseases Van Buchem disease type 2

ZDMDER KT RS R O T4 —21 Other diseases Cone-rod dystrophy 21

ZDtDES Lyda - FANVERE., BRRENEER Other diseases Lesch-nyhan syndrome, neurologic variant

ZTohDEE BRARSEHEHETRT S Other diseases Mental retardation, autosomal recessive 5

ZTothDEE BT, BBRE, REESLCEREES @R HEEE Other diseases Neurodevelopmental disorder with regression, abnormal movements, loss of speech, and seizures
FDMDEE A 4 LAEIREE 108! Other diseases Meckel syndrome, type 10

ZDMDEER B RIBE 3 Other diseases Tooth agenesis, selective, 3

ZOHhDEE GNPTABEAE X B Other diseases GNPTAB-Related Disorders

ZDMDER DERRRISSE 2 Other diseases Atrial septal defect 2

ZDtDES FhE—MREXRIM2 Other diseases Dermatitis, atopic, 2, susceptibility to

ZDMDER BHERZESAERILEVRZE Other diseases Growth hormone deficiency with pituitary anomalies
ZTDHDEE S RMEEHAIEE Other diseases Congenital scoliosis

ZDMDER R FDIPIA =Tt Other diseases Subacute lymphoid leukemia

ZOMNEE |SiattEg Other diseases Intractable seizure

ZDMDER HEEEREER R /NEE 18 Other diseases Microcephaly 18, primary, autosomal dominant
ZOMDESR OB RE 55 MEREEE +/ BT L OROBERYE Other diseases Va\lne;:ad“eevselopmemal disorder with brain anomalies and with or without vertebral or cardiac
ZDtDES THILIEEES BEEE (Bt Other diseases Pseudohermaphroditism male with gynecomastia
ZDMDER SEf R BB R AE 2845 Other diseases Arthrogryposis, distal, type 2B4

ZOMNES FSURBALFORRHRT S04 F—2 R Other diseases AMYLOIDOSIS, LEPTOMENINGEAL, TRANSTHYRETIN-RELATED
ZDMDEER HREEREEDRE Other diseases History of neurodevelopmental disorder

FDMDEE EEEASEREER 60 Other diseases Mental retardation, autosomal recessive 60

ZDMDER O RIBE 4 Other diseases Tooth agenesis, selective, 4

ZDMDEE EEEERSHEBMER2 Other diseases Mental retardation, autosomal recessive 2

ZDMDER EIRPOIFBERERE Other diseases Abnormal liver function tests during pregnancy
ZTDMDEE HEEE Other diseases Blue sclerae

ZohDEE BMAEE -1 —0 RE Other diseases Paucity of anterior horn motor neurons

ZFDDESR KRR EE S NRIERRE +/- MESHIT Other diseases Cerebellar hypoplasia and mental retardation with or without quadrupedal locomotion 1
ZDtDEE Ay 7 )VREIRBE 6B Other diseases Meckel syndrome type 6

ZTDMDEE BB TS Other diseases Poor coordination

ZDMDEER RWAFLY—LEBRESE. BRUEGRAEKE) Other diseases Peroxisome biogenesis disorder, complementation group K
ZTDMDEE W EKSHERE IR R A Other diseases Oculod digital dyspl. autosomal recessive
ZDMDEER £ HMRFTE Other diseases Generalized hyperreflexia

ZDMDEE HOBRSLUVTHEEEES NNRERE Other diseases Intellectual developmental disorder with dysmorphic facies and behavioral abnormalities
ZDMDES USH2ABSE R & Other diseases USH2A-Related Disorders

ZOMDEE 1 I FROESE Other diseases BLOOD GROUP--FROESE

ZDMDER DRI - NEEMRTEE Other diseases Congenital heart defects and ectodermal dysplasia
Z0MDEE MASSHE f& 8% Other diseases MASS syndrome

ZDMDER NEHIKNFFRER Y FL Other diseases Childhood myocerebrohepatopathy spectrum
ZDMDEE SRR R Other diseases External ophthalmoplegia

ZDMDEER EEEEREEMMESE s6 Other diseases Intellectual disability, autosomal dominant 56
FDMDEE ARUFA—NA XA —ERBECLZOBNOR Other diseases Extraoral halitosis due to methanethiol oxidase deficiency
ZOhDEE B BAfE Other diseases autistic features

ZDiDES MNEEE R, ZVBNEE S CESEH S /NEE Other diseases MICROCEPHALY, SHORT STATURE, AND POLYMICROGYRIA WITH SEIZURES
ZDMDES AIPLIESER B Other diseases AlPL1-Related Disorders

ZDMDES SNILT - E— FIVEEIREE 1/7, 28I FEERR Other diseases Bardet-Bied| syndrome 1/7, digenic

ZDMDER s SRR B Other diseases Hypoplasia of the corpus callosum

ZFDMDES LR Other diseases Tachypnea

ZTOhDEE AT B B K R Other diseases Progressive cerebellar ataxia

ZotDEE NEE, BRESSUVBOREEHES AREEEE Other diseases Neurodevelopmental disorder with microcephaly, cataracts, and renal abnormalities
ZOMHDESR Mi&EIDIEGO Other diseases BLOOD GROUP--DIEGO SYSTEM

ZFDMDES FHEIARE S Other diseases Elevated mean arterial pressure

ZTOMhDEE RIS HIE RIS Other diseases Subcutaneous neurofibromas

ZDMDEE ERCCOREE R A Other diseases ERCC6-Related Disorders

ZDtDES FTo OISy FEESRERBEZEALAE Other diseases Palmoplantar keratoderma, epidermolytic, with knuckle pads
ZOMNEE KCNQPBHE &R & Other diseases KCNQ2-Related Disorders

ZDMDEER AN—4H 54 37, lermontovE! Other diseases Beta-thalassemia, lermontov type

ZOMNEE BRERSERER 3 Other diseases Mental retardation, autosomal recessive 3

ZTohDEE mAR Other diseases Amenorrhea

ZotDEE DERRXRIEL. 28EFEERER Other diseases Atrial standstill 1, digenic

ZDMDEER BEIES-A 42K v FA—L4A3 Other diseases Abdominal obesity-metabolic syndrome 3

ZDtDEE GATALRBEE 7 M Bk 4 Al AR A B8 F /MR AME Other diseases GATA binding protein 1 related thrombocytopenia with dyserythropoiesis
ZDMDEER BREBHET Other diseases Slow decrease in visual acuity

ZFDMDES BAEHE- SRR S5 o1 Other diseases Arthrogryposis, renal dysfunction, and cholestasis 1
ZOMHDESR 0% ZLUTHERAN INHIBITOR Other diseases BLOOD GROUP--LUTHERAN INHIBITOR

ZFDMDES PIK3CARS & B Ak R AE IR B Other diseases PIK3CA related overgrowth syndrome

ZDMDEER ETHERRAEIRIEE Other diseases Progressive neurologic deterioration

ZotDEE KB ERRT LA Other diseases Dysmyelinating leukodystrophy

ZDMDEER FEHDIE Other diseases Tapered finger

ZFDMDES =N A 3 o WAY s Other diseases Myopathy, myosin storage, autosomal recessive
ZDMDEER JEsB LY E F—S RNE /B Other diseases Mucolipidosis IIl alpha/beta, atypical

ZFDMDES EEREBEES BHRERK Other diseases Skeletal dysplasia with acanthosis nigricans

ZDMDEER EEEREEEMETR 36 Other diseases Mental retardation, autosomal dominant 36

ZFDHDES HRMEQTEREREEZM Other diseases Acquired susceptibility to long QT syndrome 1
ZTDMDEE FUERBRTREN Other diseases Fragile site 11b

ZFDHDES ELEESEE /N IE 24 Other diseases Spinocerebellar ataxia, autosomal recessive 24
ZDtDES FERBBRRIETE Other diseases Neonatal hypotonia

ZOMHDEE FIRE Other diseases Hand tremor

ZDtDES H1T fnd Other diseases Loss of ability to walk

ZFDHDES Alazami-YuanfE{Z EHEIREE Other diseases Alazami-Yuan syndrome

ZDtDES X T4 18 T 93 Other diseases Mental retardation, X-linked 93

T D DEE T A—LBEFEERADEIL Other diseases Sudden cardiac failure, alcohol-induced

Z0HhDEE BR 7 1 B9 24 1132 Other diseases OCULOCUTANEOUS ALBINISM, TYPE Il, MODIFIER OF
ZDDEE X—F VEGEEFER-AENEEEHE2 Other diseases Noonan syndrome-like disorder with loose anagen hair 2
ZDtDES EXMES ) 3D IAEEREE IccR Other diseases Congenital disorder of glycosylation, type ICC

T D DEE BRI SRSFRRIE A 1 Other diseases Sideroblastic anemia 1, late-onset

ZTDHDEE TINBSERE Other diseases TTN-Related Disorders

ZFDHDES RAR——< - Evoimcai Other diseases Niemann-Pick disease, type C1, adult form

ZDtDES O, LDEXE. BHES Other diseases Cleft palate, cardiac defects, and mental retardation
ZFDHDES [FEX 3 040 Other diseases Dysplastic corpus callosum

ZDtDES RROGEBEREENESE Other diseases Abnormality of circulating enzyme level

ZFDHDES MNAREEES REARE Other diseases Cataract, autosomal dominant, multiple types, with microcornea
ZDtDES BEEERSEEER 43 Other diseases Mental retardation, autosomal recessive 43

ZDDEE BREARSEREBERREKBIE Other diseases Epidermolysis bullosa dystrophica inversa, autosomal recessive
ZDtDES BEMEAES OE VHEE, ERER Other diseases Hemoglobin H disease, nondeletional

ZFDHDES BREBREMRE; Other diseases Lethal skeletal dysplasia

ZDtDES EHRRE Other diseases Spastic ataxia

ZFDHDES TEREES R Other diseases Ectropion of lower eyelids
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ZFDMDEE HITEIAIO—XXTAMA2D Other diseases Epilepsy, progressive myoclonic 2b
FDMDES Mullegama-Klein-MartinezJE {& & Other diseases Mullegama-Klein-Martinez syndrome
ZTDHDEE LR Other diseases Broad thumb
FDHDES REMESBETALARSZNE 11 Other diseases Epilepsy, idiopathic generalized, susceptibility to, 11
ZTDHDEE BRUEMETES Other diseases Premature ovarian failure 5
ZTohDEE B ABIRAREE Other diseases Acute aortic dissection
ZDtDES THREABERREEEEIFATEVR - IS5y 9 77 EM 15 Other diseases Diamond-Blackfan anemia 15 with mandibulofacial dysostosis
ZDMDER BEEESREE =2 —0/F— Other diseases Autosomal dominant distal hereditary motor neuropathy
FDMDESE O 0R—< % E 5 MM /NRIRSE 5 Other diseases Microphthalmia, isolated, with coloboma 5
ZDMDER BRARASH ST YFR=VR Other diseases Galactosialidosis, adult
Z0HhDEE CDH23BH;EfE Other diseases CDH23-Related Disorders
ZDtDES ARREREEE S BImEMBE Other diseases Immunoskeletal dysplasia with neurodevelopmental abnormalities
FDMDEE = FE R EERIR 24 S Fanconi MR EAEIREE Other diseases Fanconi renotubular syndrome 4 with maturity-onset diabetes of the young
ZDiDERSE ﬁ;;ﬁ%;\: BRI V=7 LM £ 5 IRRIR L RROREREIRE Other diseases Gyrate atrophy of choroid and retina with pyridoxine-responsive ornithinemia
ZOthDEE SLC26A4BSEER 2B Other diseases SLC26A4-Related Disorders
ZOHhDEE SH3TC2 RS & Other diseases SH3TC2-Related Disorders
ZTohDEE BRERHE AR Other diseases Muscle fiber inclusion bodies
ZDtDES BHMEREE 4. 28EFEEEK Other diseases Exudative vitreoretinopathy 4, digenic
ZDtDES IRTOEREE. EER Other diseases Costello syndrome, severe
ZDtDES LeberZE XM EAEE 1 Other diseases Leber congenital amaurosis 1
ZDMDER MWRZERE, BREELHE. 68 Other diseases Intellectual developmental disorder, autosomal recessive 68
FDMDEE EBEEARLUEREMER 47 Other diseases Mental retardation, autosomal recessive 47
ZDMDER RETLAE 49 Other diseases Immunodeficiency 49
ZDtDES REMSBEETANAS Other diseases Epilepsy, idiopathic generalized 8
ZDMDER TOATREHE Other diseases Short telomere length
ZDtDES 277U —fk. MER Other diseases Fabry disease, cardiac variant
ZDMDER INBBSE, DFRAE, REEFEED SRR BEEMBE Other diseases Short stature, rhizomelic, with microcephaly, micrognathia, and developmental delay
FDMDEE MRIZE T EBERE Other diseases Hyperintensity of cerebral white matter on MRI
ZDMDEER BTSRRI 1 Other diseases Renal-hepatic-pancreatic dysplasia 1
ZDMDES SHOBERM Other diseases Numerous pigmented freckles
FOMDESR TN 7 UREEES HMNES Other diseases Marfanoid habitus and intellectual disability
AL EGNRHR Z fE Other diseases Isolated GnRH Deficiency
ZDtDEE ARSI/ INMEIREE 15 Other diseases Blepharophimosis, ptosis, and epicanthus inversus syndrome type 1
ZTDMDEE Pitt-Hopkins#RfiE (& B 2 Other diseases Pitt-Hopkins-like syndrome 2
ZDtDEE SRAL=T, EER Other diseases Severe dystonia
ZDMDES REEMMES Other diseases Intellectual disability, profound
ZDtDEE O - BEM - IBMEIREE XV Other diseases Orofaciodigital syndrome XV
ZDMDES EEEEEEIL) VEREXRMEHCA FOT—1 Other diseases Ullrich congenital muscular dystrophy 1, autosomal dominant
ZDtDEE BIFOAREEICLDUMICEL ML Other diseases Osteomyelitis leading to amputation due to slow healing fractures
ZDMDEE XRigiE Other diseases Tooth agenesis
ZDMDEER HEUMHRBEE 2 Other diseases Metaphyseal anadysplasia 2
ZDMDEE RS EEEE S BREN Other diseases Neurodegeneration with brain iron accumulation 1, atypical
ZDtDEE 2 L/ BREIREE 1R, Wik TIL—TB Other diseases Bare lymphocyte syndrome, type Il, complementation group B
FDMDESE BEMREAEME - 1 —ONF—1AR FHER Other diseases Neuropathy, hereditary sensory and autonomic, type IA, severe
ZDtDEE JOobOVEVEEIER Other diseases Prolonged prothrombin time
Z0MDEE SDHBEH@ & & Other diseases SDHB-Related Disorders
ZTohDEE —iBM 4 R R 3 Other diseases Transient neonatal diabetes mellitus 3
FDMDEE Dandy-Walker Z! 35/ D £ & 5 BIEHEIRE Other diseases Genetic syndrome with a Dandy-Walker malformation as major feature
ZDMDEER FERHRRIETORE Other diseases History of neonatal hypotonia
ZDMDEE EEEEEE Other diseases Craniofacial disproportion
ZOhDEE M RIEE Other diseases Thoracic scoliosis
ZDMDES XiE 5 B IAE Other diseases Subcortical laminar heterotopia, X-linked
ZODES ~NEY O E UHERR R KIEEIR Other diseases HEMOGLOBIN H HYDROPS FETALIS SYNDROME
ZDMDES Y UNEQHESEES S AR Other diseases Lymphoblastic leukemia, acute, with lymphomatous features
FRMDESR IO TSRAIVRBEICEDEFUAEDSTY VIRBEE Other diseases Hemosiderosis, systemic, due to aceruloplasminemia
ZFDMDES EEeASEEEEABE 14 Other diseases Ichthyosis, congenital, autosomal recessive 14
ZDMDEER EXEST VI VIEEEE Other diseases Congenital disorder of glycosylation with defective fucosylation 2
ZFDMDES MEZESETALARKE Other diseases Bilateral multifocal epileptiform discharges
ZDMDER SA/N—, REHRKHAE. FREH, BWTRE, B, BER Other diseases Myopathy, areflexia, respiratory distress, and dysphagia, early-onset, mild variant
ZFDMDES BIRBHRQERE Other diseases Long QT syndrome, bradycardia-induced
ZDMDEER BEE Other diseases Cryptotia
ZFDMDES BR7EXRSTIO—H IR Other diseases Fetal akinesia sequence
ZDtDES RIREE Other diseases Sleep disturbance
ZFDMDES REEEETHERRIBET S > 4 Other diseases Progressive familial intrahepatic cholestasis 4
ZDtDES Ay g-TIRKE4S Other diseases Dowling-degos disease 4
ZDDEE FIMEBAE 14/ FHARELR Other diseases Bronchiectasis with or without elevated sweat chloride 1
ZDtDES IFN-yZBARIBE Other diseases Interferon gamma receptor deficiency
ZFDMDES PR B 4 S EMEREKBE Other diseases Epidermolysis bullosa simplex, generalized, with scarring and hair loss
ZDtDES X—F UEERE LU X —F UBEERR Other diseases Noonan syndrome and Noonan-related syndrome
ZFDMDES VARV b AR Y FEEE, BER Other diseases Wiskott-Aldrich syndrome, attenuated
ZOMHNESR M EEIWRIGHT Other diseases BLOOD GROUP--WRIGHT ANTIGEN
ZotDEE B =PArd T3 Other diseases Mitochondrial encephalopathy
ZDMDEER HEITHSNREFE-S ha > K 7ONARLK, 28 EFEERA Other diseases Progressive external ophthalmoplegia with mitochondrial DNA deletions, digenic
ZFDMDES SANRTF—EHESEHRUEBREMRES Other diseases Epiphyseal dysplasia, multiple, 3, with myopathy
ZDMDEER QUEERJERE, 2B8EFEEHRA Other diseases Long gt syndrome 3/6, digenic
ZFDMDES EHBHBRIRERRE Other diseases Spondyloepimetaphyseal dysplasia
ZDMDEER e 0B g Other diseases Joint hypermobility
ZotDEE FRRE/ R AT 2R E Other diseases Hemiplegia/hemiparesis
ZDMDEER Galloway-MowatfE{ZEf 1 Other diseases Galloway-Mowat syndrome 1
ZotDEE AP0 EEEEEARETS Other diseases ZAP70-Related Severe Combined Immunodeficiency
ZDMDEER HIRBERZME 2 Other diseases Glioma susceptibility 2
ZOMDEE X3 S A 15 i 99 Other diseases Mental retardation, X-linked 99
ZDtDES RARARY FayoiMEZ 21—/ F— Other diseases Adult polyglucosan body neuropathy
ZFDHDES TANDT b—=ILEHHE Other diseases ivacaftor response - Efficacy
ZDtDES X A 18 104 Other diseases Mental retardation, X-linked 104
T D DEE REDZE Other diseases Edema of the dorsum of feet
ZDtDES EWMBHE, AiEREE Other diseases Glioblastoma multiforme, somatic
ZFDHDES INREHE P Other diseases Childhood-Onset Schizophrenia
ZDtDES NLT - E— FIVEEIREE 2/6, 2BEFEIEHA Other diseases Bardet-bied| syndrome 2/6, digenic
ZOMHDEE IEYSE] Other diseases Dilation of lateral ventricles
ZTDMDEE X SHZNF711 RS R R i Other diseases ZNF711-Related X-linked Mental Retardation
ZFDHDES BHRREEERAERHESE Other diseases Craniosynostosis, nonsyndromic unicoronal
ZDtDES SRS BRER e R SRHEAE 3b Other diseases Fibrosis of extraocular muscles, congenital, 3b
ZFDHDES BRI ERE Other diseases Glabellar hemangioma
ZDtDES HERLD Other diseases Decreased body weight
ZFDHDES LeberZe KM EAE 18 Other diseases Leber congenital amaurosis 18
ZDtDES IHYXITEN Other diseases Eculizumab, poor response to
ZOMHDEE FERE Other diseases Testicular disease
ZDtDES TA-HyH AF/. N T RBL Other diseases Tay-Sachs disease, B1 variant
ZDDEE E4 I UBRZAE Other diseases Ariboflavinosis
ZDMDEE Townes-Brocks B 5@ fif 1% B Other diseases Townes-Brocks-branchiootorenal-like syndrome
ZFDHDES BEERICEHEE Other diseases Abnormal electroretinogram
ZDtDES HEEERSERFEE/NGEE 8 Other diseases Primary autosomal recessive microcephaly 8
ZFDHDES BE R —RIRE-A F—X XETF. /NER Other diseases Chediak-Higashi syndrome, childhood type
ZTDHMDEE CEP152B8E R A Other diseases CEP152-Related Disorders
ZFDHDES MOR MO T 4 —%45 BEEREKBE Other diseases Epidermolysis bullosa simplex with nail dystrophy
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ZTDHDEE IR R EIE & 4 5 Wi R AUE Other diseases Campomelic dysplasia with autosomal sex reversal
FDMDES Coffin-Siris fEIREE/FEHE S Other diseases Coffin Siris/Intellectual Disability

FDDESE RO RYRIXFUE, $H Other diseases Neuronal Ceroid-Lipofuscinosis, Recessive

T DEE i 3EFN P Other diseases Chronic colitis

ZTDHDEE —iB M4 R AR 2 Other diseases Transient neonatal diabetes mellitus 2

ZDMDER EEERSEIFREEREKEE Other diseases Epidermolysis bullosa, pretibial, autosomal recessive
FDMDEE NIEURE2 Other diseases Leprosy 2

ZDMDER BERRHEEZEDLEVTAEELR Other diseases Sweat chloride elevation without cystic fibrosis
ZDtDES FOERES S WESREEES NNERE Other diseases Cerebellar atrophy, developmental delay, and seizures
ZDMDER Charcot-Marie-Tooth . SHFRE!, HELEEAHYE Other diseases Charcot-Marie-Tooth disease, axonal, with vocal cord paresis, autosomal recessive
ZDtDES HEUBEBIRES Other diseases Early-onset coronary artery disease

ZDMDER WA RE T E Other diseases Bilateral ptosis

FDMDEE EEEARSEERRAE 13 Other diseases Mental retardation, autosomal recessive 13
ZDMDEER SBRTEAR IR 4 Other diseases Tremor, hereditary essential, 4

ZDtDES AXIN2BEE R &M KBS IRIEAE Other diseases AXIN2-related attenuated familial adenomatous polyposis
ZDMDEER BEEEBENNEE 52 Other diseases Intellectual disability, autosomal dominant 52
TDHDEE R BYAR S B8 5 Other diseases Migraine, familial basilar

ZDMDER HEEEARSEGLUTIRIESE 1 Other diseases GLUT1 deficiency syndrome 1, autosomal recessive
ZDtDES FERA VR UAREFEERE Other diseases Neonatal insulin-dependent diabetes mellitus
ZDMDER H4050JY VEREE Other diseases Thyroglobulin synthesis defect

ZoHDEE EEEESEEMER 18 Other diseases Mental retardation, autosomal recessive 18
ZDMDER FEEH Other diseases Intrauterine growth retardation

ZTDHDEE PR AEAE 1 Other diseases Gingival fibromatosis 1

ZDMDER REFAE Other diseases Penetrating foot ulcers

FDMDEE Meier-GorlinfE{Z2f 4 Other diseases Meier-Gorlin syndrome 4

ZDMDER 1STERFIEE - S, EER Other diseases Granulomatous disease, chronic, X-linked, variant
ZDtDES ROBAEE Other diseases Abnormal urinary color

ZDMDER ERMEHMES Other diseases Syndromic intellectual disability

ZDtDES XESEMREE S MM E m Other diseases X-linked congenital hemolytic anemia

ZDMDEER BEEEBEIMNEE 45 Other diseases Intellectual disability, autosomal dominant 45
ZDMDES ERLE Other diseases Toe clinodactyly

ZDMDER JE g1 B pelizaeus-Merzbacherf& Other diseases Pelizaeus-Merzbacher disease, atypical

ZDMDEE FRER R TR Other diseases Postanesthetic apnea

ZDtDEE AUV Other diseases Thick corpus callosum

ZDMDEE HEEEREEMMNES 51 Other diseases Intellectual disability, autosomal dominant 51
ZDMDEER ERERSEEREANES Other diseases Cataract, autosomal recessive congenital 5
ZDMDES EREEAE Other diseases Dysmorphic features

ZDtDEE 46, XY EERi 3R Other diseases 46,XY sex reversal, type 3

ZDMDES AU P—R - ITEAS—ERBE. SER Other diseases Galactose epimerase deficiency, severe

ZDMDEER QTERERE 1/2. 28 EFEERR Other diseases Long QT syndrome 1/2, digenic

ZDMDEE I oV Ry 7HEESKIRIEE. BB Other diseases Mitochondrial complex 1 deficiency, nuclear type 6
ZDMDEER EETERFE ISR TR Other diseases Genetic non-acquired premature ovarian failure
ZDMDEE BERS Other diseases Delayed reflexes

ZDMDEER REDN=5#FILBHEYE Other diseases Abnormally lax or hyperextensible skin

ZDMDES EEERRE Other diseases Congenital talipes calcaneovalgus

ZDMDER BEIEE 3 Other diseases Hyperekplexia 3

FDMDEE Cowden JEREE 7 Other diseases Cowden syndrome 7

ZDMDER MOEE Other diseases Abnormality of the nail

FDMDEE EEEEREEEER 41 Other diseases Mental retardation, autosomal dominant 41
ZDMDEER PRREEEE-TANA-KPIERK Other diseases Neurodevelopmental disorder with epilepsy and hypoplasia of the corpus callosum
ZDMDEE XA NEE Other diseases Multiple joint contractures

ZDMDES HTRALRE 3 i/ 1t B 95 Other diseases HTRA1-related cerebral small vessel disease
FDMDEE Bernard Soulier E{ZEE A1H! Other diseases Bernard-Soulier syndrome, type Al

ZDtDEE BB TARAE +/- BEVKR, BREFS L UES Other diseases Optic atrophy 10 with or without ataxia, mental retardation, and seizures
ZOMDEE RYR1BSIER B Other diseases RYR1-Related Disorders

ZDMDER EEEREEEMET 34 Other diseases Mental retardation, autosomal dominant 34
ZFDMDES B, EXEOBRIBELUEDBHRER Other diseases Deafness, congenital heart defects, and posterior embryotoxon
ZDMDEER FHREEZEAE £ & UAxenfeld-Rieger fiE Other diseases Scaphocephaly and axenfeld-rieger anomaly
ZFDMDES LB RIBRE Other diseases Sacral agenesis

ZDtDES KUY (ADPYAR—R) R AS—FHEEERISH Other diseases Poly (ADP-Ribose) polymerase inhibitor response
ZFDMDES SBRMAEIR! Other diseases Type Il lissencephaly

ZDtDEE ARAGIBAER R E B EARE +/- BRRER Other diseases Microcephaly and chorioretinopathy with or without mental retardation
ZDtDEE BEEE S HNEE Other diseases intellectual disability with severe speech impairment
ZDtDES EUERBEEES FTILYNA T —HIE Other diseases Alzheimer disease familial 3, with spastic paraparesis
ZotDEE BRI LEEEES BEARSEXBIRERE Other diseases Colorectal adenomatous polyposis, autosomal recessive, with pilomatricomas
ZDtDES BEGHELESEEEIA/SF— Other diseases Myopathy, congenital, with excess of muscle spindles
ZFDMDES HEANEBEN ) VEMEREE 41 Other diseases Combined oxidative phosphorylation deficiency 41
ZDMDEER EREREMAEREALTEE4 Other diseases Dyskeratosis congenita, autosomal dominant, 4
ZotDEE I b K ZDNAKEBEIREE 16A Other diseases Mitochondrial DNA depletion syndrome 16A
ZDMDEER B EERSERFEME/NGEE 24 Other diseases Microcephaly 24, primary, autosomal recessive
ZDtDEE EEERLEFEERES Other diseases Autosomal recessive woolly hair 3

ZDtDES S haVFYT7HEERIREE, %E 10 Other diseases Mitochondrial complex 3 deficiency, nuclear type 10
ZotDEE L) Y ERERMEH R O T4 —2 Other diseases Ullrich congenital muscular dystrophy 2

ZTOhDEE BERUPETL 7 Other diseases Premature ovarian failure 7

ZFDMDES EEagEtto/ KYRIXF/—VR3 Other diseases Ceroid lipofuscinosis, neuronal, 3, protracted
ZDtDES HERIE T EBENAR-FEEF- T ANERTEREIRE Other diseases Hypotonia, ataxia, developmental delay, and tooth enamel defect syndrome
ZotDEE XEE R E T RE 2 Other diseases Hypospadias 2, X-linked

ZDtDES BUHREMEHERREE +/- BRBE Other diseases Seizures, benign familial neonatal, 1, and/or myokymia
ZFDMDES B R ARHEBEFUAEAE 4 Other diseases Hyperparathyroidism 4

ZDMDEER Showa-Yakushiji Y52 X 7 Other diseases Beta-showa-yakushiji thalassemia

ZFDMDES NCF-1R 18 M RIS IESE Other diseases Chronic granulomatous disease due to deficiency of NCF-1
ZDtDES SFREEE 62 Other diseases Intellectual developmental disorder 62

ZFDHDES Meier-GorlinfE{&Ef 3 Other diseases Meier-Gorlin syndrome 3

ZTDMDEE TCTN2BSE R Other diseases TCTN2-Related Disorders

ZFDHDES ANES OEVEEE (Quong Sze) Other diseases Hemoglobin Quong Sze

ZDtDES EEEERSEEMER 46 Other diseases Mental retardation, autosomal recessive 46
ZFDHDES dominant®B-H S5 7 Other diseases Beta-plus-thal dominant

ZDtDES & KRE 15 Other diseases Schizophrenia 15

ZOMDEE TDP43%t AfA % £ 5 TARDBPBH ;@ AT BA{RIBASE X AE Other diseases FRONTOTEMPORAL DEMENTIA WITH TDP43 INCLUSIONS, TARDBP-RELATED
ZDtDES B FABIEE 6 Other diseases Exudative vitreoretinopathy 6

ZFDHDES You-Hoover-Fong E & Other diseases You-Hoover-Fong syndrome

ZTOtDEE B SR AiE S 4T MERE - SRS ARG IR M AN R 1R B Other diseases Early-onset progressive encephalopathy-hearing loss-pons hypoplasia-brain atrophy syndrome
FDMDEE REEEME = 2 — O/ F— Other diseases Sensorimotor neuropathy

T D DEE MYH7REE &R B Other diseases MYH7-Related Disorders

ZDtDES X T4 1 101 Other diseases Mental retardation, X-linked 101

ZFDHDES PR 8 2 Other diseases Situs ambiguus

ZDtDES B KEEE Other diseases Severe hydrocephalus

T D DEE PALB2REE AR Other diseases PALB2-Related Disorders

ZDtDES M/NREEEEAE Other diseases Abnormal platelet aggregation

ZOMDEE WA KB E 38 Other diseases Mental retardation, autosomal dominant 38
ZDtDES PR PR RO Other diseases Central hypotonia

ZFDHDES WREFEFEOAMET S F O E USRS EETE Other diseases Hypogonadotropic hypogonadism 8 without anosmia
ZDtDES HIRBERZME Other diseases Glioma susceptibility 3

ZFDHDES BEAMHERE Other diseases Abnormality of lipid metabolism

ZDMDEE AES OE »Arab ORI GIK R M EKE Other diseases Sickle cell-Hemoglobin O Arab disease

ZFDHDES S haVRYTHEERIRERE, %E S Other diseases Mitochondrial complex 1 deficiency, nuclear type 8
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ZTDHDEE TR DET Other diseases Limb muscle weakness

FDMDES FEREZHSELBRIUFEERE Other diseases Autosomal Recessive Hypotrichosis with Woolly Hair
ZTothDEE KnossosBpH S+ 27 Other diseases Beta-knossos-thalassemia

FDHDES I bV FYTHEERIRIEE, BE 31 Other diseases Mitochondrial complex 1 deficiency, nuclear type 31
ZTDHDEE PIDEE AR Other diseases Central scotoma

ZDtDES BIEREEIC& 2 BETITE Other diseases Male infertility with spermatogenesis disorder
FDMDEE % 2B KB Bernard-SoulierfE R B A2R! Other diseases Bernard-Soulier syndrome, type A2, autosomal dominant
ZDMDER 22K B ARFEAL A Other diseases Coronary sclerosis, medial, of infancy

ZDtDES BEfE FRRES 3R Other diseases Autoimmune thyroid disease 3

ZDMDES ANOSPHER & Other diseases ANOS-Related Disorders

ZDtDES REMSBRETANARERME 12 Other diseases Epilepsy, idiopathic generalized, susceptibility to, 12
ZDMDER BAETMRE. NIV T AR, LAERHRE Other diseases Arthrogryposis, perthes disease, and upward gaze palsy
ZDtDES EBLEEEREEIAY— - FLAJRBFH SR OT4—4 Other diseases Emery-Dreifuss muscular dystrophy 4, autosomal dominant
ZDMDES MYO7AREE R B Other diseases MYO7A-Related Disorders

TDHDEE HITRR Other diseases Gait imbalance

ZDMDEER EIERE Other diseases Clinodactyly

ZDtDES TR TE Other diseases Lower limb hyperreflexia

ZDMDER RERLIE S Other diseases Immunodeficiency 8

ZDtDES EEHEEE Other diseases Cutaneous finger syndactyly

ZTohDEE BARGE#HSA%ESR O T 4 — Other diseases Macular dystrophy with central cone involvement
ZDtDES B EAS H/NEE 13 Other diseases Primary autosomal recessive microcephaly 13
ZDMDER RS A/ 0—XX Other diseases Sleep myoclonus

ZDtDES HWNEEE Other diseases Slender long bone

ZDMDER BEEEBEMNEE 54 Other diseases Intellectual disability, autosomal dominant 54
FDMDEE AEMEEZESELEARLHEHER =1 —O/NF— Other diseases Neuropathy, axonal, with vocal cord paresis, autosomal recessive
ZTohDEE BREARSEENE Other diseases Cataract 9, autosomal recessive

FDMDEE Meier-GorlinfE{%2f 6 Other diseases Meier-gorlin syndrome 6

ZDMDES CEP290REER R Other diseases CEP290-Related Disorders

TDHDEE XE SH R R 90 Other diseases X-Linked mental retardation 90

ZDMDEER R ENE 1 Other diseases Myokymia 1

ZDMDES I haV Ry 7HEESKIRIEBE. BB S Other diseases Mitochondrial complex 1 deficiency, nuclear type 5
ZDMDES RLBP1RIBSE Other diseases RLBP1-Related Disorders

ZDMDEE SRR R R Other diseases Global proximal tubulopathy

ZDMDES RAPSN P E £5 &8 Other diseases RAPSN-Related Disorders

ZDtDES PEX7BHE K B Other diseases PEX7-Related Disorders

ZDMDEER TBCLRAA V73— 24 BEKE Other diseases Caused by mutation in the TBC1 domain family, member 24
ZOMDOESR IR 2 E T AN A-KIN/ RS BN E R Other diseases Facial dysmorphism, hypertrichosis, epilepsy, intellectual/developmental delay, and gingival

overgrowth syndrome

MarfanfiE {& 8% /Loeys-DietzfiE (& 2¥/ 3 i 4 A2 B 14 9 8D A BY RS

Other diseases

Marfan Syndrome/Loeys-Dietz Syndrome/Familial Thoracic Aortic Aneurysms and Dissections

02 7L5A R 48 -2 B 2 - A A A 1 2%

Other diseases

Colobomatous optic disc-macular atrophy-chorioretinopathy syndrome

FESIEDEIRE

Other diseases

Short 5th finger

ATBE L IHOREEH oA RE I A /T —

Other diseases

Myopathy, congenital, with structured cores and z-line abnormalities

1+ 75 A= (Li-Fraumeni) fEMZEF 2

Other diseases

Li-Fraumeni syndrome 2

BRAAREEEMRER 30 Other diseases Mental retardation, autosomal dominant 30
BB A RS e Other diseases Glaucoma 1, open angle, e

BREALE 18, PEE Other diseases Osteogenesis imperfecta type 1, mild
AMETORCHIEIREE 1 Other diseases Pseudo-TORCH syndrome 1

YR - kL / ——EER Other diseases Klippel-trenaunay syndrome

BEEFE Other diseases Autism, severe

ST RA8-B AR AE-/NIRBRAE - B BEE- B L S-S

Other diseases

Coloboma, osteopetrosis, microphthalmia, macrocephaly, albinism, and deafness

ORI 7

Other diseases

Tooth agenesis, selective, 7

FER{E/NARBREE 15 Other diseases MICROPHTHALMIA, SYNDROMIC 15
RIEFREERAE Other diseases Episodic ataxia/myokymia syndrome
XIEEH T4 8 I 100 Other diseases Mental retardation, X-linked 100
BEAXREMEERE 11 Other diseases Lethal congenital contracture syndrome 11
MECX FOT 44—, B Other diseases Retinal dystrophy and obesity

FOEIRE Other diseases Hand polydactyly

MRHES S VERZEFMES T Y — RS A EEBHRABLUE Other diseases Ataxia, Friedreich-like, with isolated vitamin E deficiency
Mungan fEfE 5 Other diseases Mungan syndrome

EEMI AV O —XRATADIAL Other diseases Myoclonic Epilepsy, Juvenile, 1
BEEFRBEMNEE 46 Other diseases Intellectual disability, autosomal dominant 46
FGFR2ESEFEE B S RN S AE Other diseases FGFR2 related craniosynostosis
EENENTN Other diseases Macular degeneration, early-onset
BEEEH -2 —OVEE Other diseases Hereditary motor neuron disease

BB /MK ZE M Other diseases Spinocerebellar ataxia, X-linked

HEREEE, NEE, TADLA, BEERK

Other diseases

Neurodevelopmental disorder with microcephaly, epilepsy, and hypomyelination

AHPHRHSI LT Y F—PR

Other diseases

Galactosialidosis, late infantile

T F AR IR

Other diseases

Vitreoretinopathy

BARGEHEDZEVETEA#ESR 0T 4 —

Other diseases

Progressive cone dystrophy (without rod involvement)

Faden-Alkuraya 21 3 it i 2 1Y AL AE

Other diseases

Spondyloepimetaphyseal dysplasia, Faden-Alkuraya type

3F 72 B b R

Other diseases

atypical cerebral palsy

BEHBEEE S RF/REFH

Other diseases

Paragangliomas 1 with sensorineural hearing loss

IhfREE - BT S, Rin/\HEE 2

Other diseases

Pulmonary fibrosis and/or bone marrow failure, telomere-related, 2

LHHERFRILE Other diseases Generalized hypopigmentation
BEOAM Other diseases Light complexion
46 XY ER oY Other diseases 46,XY sex reversal, type 2

BREKEMETIAY— - FLAJRBFSR+OT4—5

Other diseases

Emery-Dreifuss muscular dystrophy 5, autosomal dominant

HREEE & ¢ 5 REHEEE

Other diseases

Macrocephaly, acquired, with impaired intellectual development

Other diseases

Meier-Gorlin syndrome 2

Meier-GorlinfE{&Ef 2
10 & E WALDNER

Other diseases

BLOOD GROUP--WALDNER TYPE

2 G HEF BN IE

Other diseases

Generalized muscle k

FEAREARAL B BAARIE 214 5 B MEE 1T IERNE

Other diseases

Encephalopathy, progressive, early-onset, with episodic rhabdomyolysis

EWARE, BT, #7E2

Other diseases

Palmoplantar keratoderma, nonepidermolytic, focal 2

iR Other diseases Abnormality of the lung
BHEMREEHTLE 37 Other diseases Ciliary dyski primary, 37

Bernard Soulier JE{ZEE BE! Other diseases Bernard-Soulier syndrome, type B
FEEERIT Other diseases Psychomotor deterioration

ARV1EHE TS B Other diseases ARV1-related condition

E R E A R Other diseases Distal spinal muscular atrophy
BEULWEE Other diseases Short long bone

TEAREIER Other diseases Pituitary adenoma predisposition

E2 X2 B6KEERESRF URE Other diseases Homocystinuria, pyridoxine-responsive
SRR 11 Other diseases Holoprosencephaly 11

ABCDfE{REE Other diseases ABCD syndrome

ABCA1BHE & B Other diseases ABCA1-Related Disorders

B o hEEEERE/EHREL Other diseases Nephrolithiasis/osteoporosis, hypophosphatemic, 1
FRERE Other diseases Ulnar deviation of the wrist

HEITHE I A Y O—X X TAMD A 1A (Unverricht-Lundborgif)

Other diseases

Epilepsy, progressive myoclonic 1A (Unverricht and Lundborg)

FRMEMHEREBAEIAAR

Other diseases

Congenital disorder of glycosylation, type laa

BHERAE

Other diseases

Myelodysplasia

SRS B 1 R IRATRALSE 9

Other diseases

Focal segmental glomerulosclerosis 9

t(v;11923.3);

ZTOtDEE KMTIATERAR A B 5 S5 1 /SRR IE B )/ SEHRIE Y o) S Other diseases B Lymphoblastic Leukemia/Lymphoma with t(v;1123.3); KMT2A Rearranged
ZDtDES BETBMHAMBRZYE Other diseases Aplastic anemia, susceptibility to

ZFDHDES 5 RIRN R RIS Other diseases Partial agenesis of the corpus callosum

ZDtDES BEREEE, NEE, EY Other diseases Neurodevelopmental disorder with microcephaly, ataxia, and seizures
ZFDHDES R /R B /MRS AN Other diseases Thrombocytosis, benign familial microcytic
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ZDtDEE BRI B A Other diseases Cardiac valvular defect, developmental

FDMDES FNERERMNES Other diseases Rare syndromic intellectual disability

ZDtDEE EPHRETLME, BEY Other diseases Mononeuropathy of the median nerve, mild

FDHDES CD3¥— A RIBIZLDREFSE Other diseases Immunodeficiency due to defect in cd3-zeta

ZOMDOESR THIRARETE . BUIRAIS . NKUERIIS M E A AL B EE S AR GERLRE |Other diseases Zzzietzjecombined immunodeficiency, autosomal recessive, T cell-negative, B cell-positive, NK cell-
ZTDHDEE ERENREREES R Other diseases Lethal short-limbed short stature

ZDMDER KXEST ) A VIEEEE IR Other diseases Congenital disorders of glycosylation type Il

ZDtDES MEN2BSERE: R 5ER Other diseases MEN2 phenotype: Unclassified

ZDMDER RELRM Other diseases Large fontanelles

ZDtDES HERSEER Other diseases Multiple prenatal fractures

ZDMDER DERRRISIE 6 Other diseases Atrial septal defect 6

ZDtDES EREERIA/NF—2 Other diseases Myopathy, tubular aggregate, 2

ZDMDEER ELBAESHE/ DILKRUE RS VRAKR—2—1REBE Other diseases Monocarboxylate transporter 1 deficiency, autosomal recessive
FDMDEE EBEEARLEREMER 57 Other diseases Mental retardation, autosomal recessive 57

ZDMDEER EIEVEBTE ROSF—EHEAADEHET Other diseases Decreased activity of the pyruvate dehydrogenase complex
ZOHhDEE RPE6SPH:E & & Other diseases RPE65-Related Disorders

ZTohDEE TR IR Other diseases Limb tremor

ZDtDES SRR ENE23LF TRET Other diseases Myasthenic syndrome, congenital, 23, presynaptic
ZTohDEE BRARSEREHETT 27 Other diseases Mental retardation, autosomal recessive 27

ZDtDES EERELEES Other diseases Left ventricular noncompaction 5

ZTohDEE VEAMAEERE Other diseases Diffuse white matter abnormalities

FDMDEE SEXIRE +/- FOLR Other diseases Bronchiectasis with or without elevated sweat chloride 2
ZDMDER i Other diseases Rare genetic intellectual disability

FDMDEE SEIREE 4 Other diseases Familial cold autoinflammatory syndrome 4

ZDMDER HEERSEER/NNEME 22 Other diseases Spinocerebellar ataxia, autosomal recessive 22

ZOMNEE BB HESE 2% Other diseases Arthyrgryposis, distal, type 2B

ZDMDER SRS HE AR Other diseases Distal shortening of limbs

FDHDER NWAF VY —LEBRERE. BRUEGERETE) Other diseases Peroxisome biogenesis disorder, complementation group 7
ZDMDEER ZIREEES NMEDLEWEM B REERRAE 13 Other diseases Short-rib thoracic dysplasia 13 with or without polydactyly
ZDMDES EBEEZEE Other diseases Non-syndromic oligodontia

ZDMDER HIREMEREE Other diseases Band heterotopia

ZDMDEE BEENNEE Other diseases Intellectual disability (severe)

ZDtDEE Jul=y;:3nd Other diseases Hemangiomatosis

ZDMDEE HRBE R % 4f S Saethre-ChotzenfE & EE Other diseases Saethre-Chotzen syndrome with eyelid anomalies
ZDMDEER BERERE . NEMR +/- EY Other diseases Neurodevelopmental disorder with cerebellar atrophy and with or without seizures
ZDMDES BEES LUV L O—IREFFEES NEE Other diseases Microcephaly, short stature, and impaired glucose metabolism 1
ZohDEE R NNE Other diseases Primordial dwarfism

ZOMDEE SEPN1RSE R B Other diseases SEPN1-Related Disorders

ZDMDEER EERELEE 4 Other diseases Left ventricular noncompaction 4

ZDMDEE YILT IR=F Y - KT A b (Wolff - Parkinson * White) JEZEE Other diseases Wolff-Parkinson-White syndrome

ZDMDEER ARMCOREE & 2 N— )LfE{REE Other diseases ARMC9-related Joubert syndrome

ZTDMDEE HOREHERI S Other diseases Thoracolumbar scoliosis

ZDMDEER BB Other diseases Delayed skeletal maturation

FDMDEE Cowden JEZEE 3 Other diseases Cowden syndrome 3

ZDMDER ERETZIVERT O UELIRE Other diseases Aldosterone-producing adrenal adenoma, somatic
ZDMDES INBRIY Y KR DR Other diseases sandhoff disease, infantile type

ZDMDER NFRATE2 Other diseases Oocyte maturation defect 2

ZDMDEE 1 P SR A I B SR AE 1 Other diseases Haemorrhagic telangiectasia 1

ZDMDEER EPEASHEY VBNMEES S VDEREL DR Other diseases Autosomal recessive hypophosphatemic vitamin D refractory rickets
FDMDEE Senior-Loken fE{REF 8 Other diseases Senior-Loken syndrome 8

ZDMDEER B EREERE Other diseases Obesity, autosomal dominant

ZotDEE HERR 1Xa2 Other diseases Glycogen storage disease IXa2

ZTODEE S b3 Y R 7ONAREBZE M S EITHES R H R AE (R B Other diseases Progressive external ophthalmoplegia with mitochondrial DNA deletions, autosomal recessive 3
ZDthDEE )+ 759 A= (Li-Fraumeni) FEUEIRE Other diseases Li-Fraumeni-like syndrome

ZFDMDES I bV RYTHEERIREE, %E 4 Other diseases Mitochondrial complex 1 deficiency, nuclear type 4
ZDMDEER HERER Other diseases Neonatal asphyxia

ZDDEE AREEEE, MMEE, EREE. EHKHA Other diseases Neurodevelopmental disorder with impaired intellectual development, hypotonia, and ataxia
ZDMDER WAL 6 RIBAE Other diseases Complement component 6 deficiency

ZFDMDES HEEEREEMMNES 53 Other diseases Intellectual disability, autosomal dominant 53

ZDMDEER EBEFRMEZ I LEREA Other diseases Effort-induced polymorphic ventricular tachycardias
ZFDMDES FhiRHEAE - BB L. Rif/AIREE 1 Other diseases Pulmonary fibrosis and/or bone marrow failure, telomere-related, 3
ZDMDEER #HEM QTEREER Other diseases Acquired long QT syndrome

ZFDMDES EEEERBENNES 47 Other diseases Intellectual disability, autosomal dominant 47

ZDMDEER Landsteiner-Wiener i3 & Other diseases Landsteiner-Wiener phenotype

ZotDEE JEEEMRR T 1 v Y S—EREE Other diseases Stickler syndrome, type |, nonsyndromic ocular

ZDMDEER |[EEREREA Y VEERE 36 Other diseases Combined oxidative phosphorylation deficiency 36
ZDHDEE BRI EAE 2 Other diseases Hyperekplexia 2

ZDtDES B FEEADARBIC L HEEEERETLIE Other diseases SCID due to ADA deficiency, delayed onset

ZOMNEE BHHE Other diseases Loss of consciousness

ZDtDES MYH7ESEM B RHBERF R tOT 4 — Other diseases MYH7-related late-onset scapuloperoneal muscular dystrophy
ZDDEE BBS2RHE R B Other diseases BBS2-Related Disorders

ZDMDEER BEEEERERE Other diseases Acute episodes of neuropathic symptoms

ZOMNEE RIEHELBR TR 1 Other diseases Familial acne inversa 1

ZDMDEER EEURRDHERBRARILE Other diseases Early onset focal segmental glomerulosclerosis

ZFDMDES ELERENESERORYESE. DETER Other diseases Craniosynostosis, nonclassifiable autosomal dominant
ZDMDEER BEHRRISE 3 Other diseases Atrioventricular septal defect 3

ZDDEE RIEERMEES 3a Other diseases Febrile seizures, familial, 3a

ZDMDEER TurcotfE(REE 2 Other diseases Brain tumor-polyposis syndrome 2

ZFDMDES £ B EIRIEITIE Other diseases Generalized arterial tortuosity

ZDMDEER HERAIL=T Other diseases Occipital encephalocele

T DEE ERCC2BHEIR B Other diseases ERCC2-Related Disorders

ZDtDES I EH Other diseases Difficulty standing

ZFDHDES S haVRYTEERIRIERE, %E 14 Other diseases Mitochondrial complex 1 deficiency, nuclear type 14
ZTDMDEE DYSFEHE R & Other diseases DYSF-Related Disorders

ZFDHDES EEHESRETSE. BHRIEY Other diseases Severe combined immunodeficiency, B cell-negative
ZDMDEE RetthEIREE . XEMRERMEMIE, FERBERBMER Other diseases Encephalopathy, neonatal severeMental retardation, X-linked, syndromic 13Rett syndrome
ZFDHDES LOZHEVIE, BER Other diseases Mucopolysaccharidosis, type vi, severe

ZDtDES EEEABENEERRTSME 102, STIR/Z/8EE Other diseases Ectodermal dysplasia 10a, hypohidrotic/hair/tooth type, autosomal dominant
ZFDHDES KATEASEIREE Other diseases KAT6A syndrome

ZTDMDEE HHE/MXZEAE 46 Other diseases Spinocerebellar ataxia 46

ZFDHDES REVRATAVRIEC b 1CEHES AFILT O VENE Other diseases Methylmalonic acidemia with homocystinuria chlC
ZDtDES NLT - E— FIVEIREE 1/2, 28EFEEHRA Other diseases Bardet-bied| syndrome 1/2, digenic

ZFDHDES Peeling skin fEIZEF 4 Other diseases Peeling skin syndrome 4

ZOMHNES KA RIBIE Other diseases Agenesis of permanent teeth

ZFDHDES TL—EBBY ST Other diseases Beta-malay-thal i

ZDtDES ELREARBEIALTA- 9 T4 T—IVERE 1 Other diseases Aicardi Goutieres syndrome 1, autosomal dominant
ZFDHDES I haV RYTHEERIRIERE, %E 10 Other diseases Mitochondrial complex 1 deficiency, nuclear type 10
ZDtDES EREFEFESEIT S FbOE MRS TE?2 Other diseases Hypogonadotropic hypogonadism 2 with anosmia
ZFDHDES SEAEMENADRIBEE Other diseases Congenital NAD deficiency disorder

ZDtDES BRSO MER Other diseases Abnormality of salivation

ZFDHDES HERELER, SR, FLRHHE2 Other diseases Autoimmune disease, multisystem, infantile-onset, 2
ZDtDES RERUEEHBRIHERRBELE Other diseases Anadysplasia-like, spontaneously remitting spondylometaphyseal dysplasia
ZFDHDES HEREEE Other diseases Neurodegeration

ZDtDES M SRR Other diseases Bilateral cryptorchidism

ZFDHDES A VEIRE 118 Other diseases Meckel syndrome, type 11
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Z0HhDEE CD2APAER B Other diseases CC2D2A-Related Disorders
FDMDES KEEKE Other diseases Vaginal hydrocele
ZDtDEE ErIREOR Other diseases Pear-shaped nose
FDHDES DFEXRSE Other diseases Toe walking

Z0HhDEE SE

Other diseases

Bronchiectasis with or without elevated sweat chloride 1, modifier of

ZDMDER Other diseases Speech apraxia

ZTDHDEE MR Other diseases Retinal exudate

ZDMDER ERERSHREEREMNE Other diseases Autosomal recessive retinitis pigmentosa

ZDtDES KRBT LIE 57 Other diseases Immunodeficiency 57

ZOMDESR SEOEN. ERERS L UTHRRES 54 S M Other diseases Ianbt:(l)lrert;t:“atli:Sevelopmental disorder with speech delay, dysmorphic facies, and t-cell
ZDMDER ENEI R BE Other diseases intellectual deficiency

TDHDEE BRERE Other diseases Gastrointestinal obstruction

ZDMDEER MmFEVIIEVRESMRE 1 Other diseases Bilirubin, serum level of, quantitative trait locus 1
ZDtDES FILYNAT—fF 18 Other diseases Alzheimer disease, type 1

ZDMDEER FaJU R Other diseases Tubulinopathies

ZDtDES EEEEER - BEOER Other diseases Nonsyndromic cleft lip with or without cleft palate
ZDMDER Meier-GorlinfE{& 2 7 Other diseases Meier-gorlin syndrome 7

ZDtDES Ay VIERE F DT V2B KB A E Other diseases Acute megakaryoblastic leukemia without down syndrome
ZDMDER BRAEERLUEERENMNES Other diseases Autosomal recessive non-syndromic intellectual disability
ZDtDES SREFRIBHRIVEVTIGE., BEEEKEYE Other diseases Thyroid hormone resistance, generalized, autosomal dominant
ZDMDER FILHhUtSIF—E3REBE Other diseases Alkaline ceramidase 3 deficiency

FDMDEE LeberZe XM EHE 16 Other diseases Leber congenital amaurosis 16

ZDMDER PEFTENAR Other diseases Arterial tortuosity

ZDtDES ANILRZ DA LR 2 RE Other diseases Encephalopathy, acute, infection-induced (herpes-specific), susceptibility to, 8
ZDMDES GPSM2BSE R B Other diseases GPSM2-Related Disorders

TDHDEE SRR ERIRAE Other diseases Myotonia levior

ZDMDER R PERRSE - FETEARARE - 3 Other diseases Cerebral palsy, spastic quadriplegic, 3

ZDtDES NRERE. BNE, NEEEE Other diseases Microphthalmia, cataracts, and iris abnormalities
ZTohDEE HRDEE S IRIKRE L SE 8 Other diseases Focal segmental glomerulosclerosis 8

FDMDEE LeberZe XM EME 13 Other diseases Leber congenital amaurosis 13

ZDMDER PBE - RS- SR Other diseases Cholestasis-pigmentary retinopathy-cleft palate syndrome
ZDMDEE EEUEBEHR Other diseases Juvenile onset psychosis

ZDtDEE FILaaLFaA KREBE Other diseases Glucocorticoid Deficiency

ZTDMDEE EEE AR Other diseases Hyperplasia of midface

ZDMDES DLDBSERE Other diseases DLD-Related Disorders

ZDMDES HEEREEEE SRR Other diseases Spastic paraplegia, autosomal dominant

ZDMDEER EETS— U EHSITILYNAI—HEE Other diseases Alzheimer disease, familial, 3, with unusual plaques
FDMDEE & EVERRMIE % £ S Charcot-Marie-Tooth J&. 4 B2E! Other diseases Charcot-Marie-Tooth disease type 4B2 with early-onset glaucoma
ZDMDEER BISAHYSHI7 Other diseases Beta-plus-thalassemia

ZDMDEE Ay 7 )VREIREE 5B Other diseases Meckel syndrome, type 5

ZOhDEE BBt S SRS Other diseases Cholestatic liver disease

ZDMDEE BNBER R 128! Other diseases Pontocerebellar hypoplasia, type 12

ZDMDEER IREERIAL S Other diseases Ovarian dysgenesis 5

ZTDHDEE PR I Other diseases Gingival fibromatosis

ZDthDEE M/MMGERHIEEF7 2FILE FOS—ERIEBE Other diseases Platelet-activating factor acetylhydrolase deficiency
ZDMDES EEEEOSR Other diseases nonsyndromic cleft palate

ZDMDER FERERTILIFHSEIT2 Other diseases Alpha-thalassemia-2, nondeletional

ZDMDEE MREREES DT IS EERE 2R Other diseases Waardenburg syndrome type 2E, with neurologic involvement
ZDthDEE 17-KERL B R RIBIZ & B EIF B Other diseases Combined partial 17-alpha-hydroxylase/17,20-lyase deficiency
ZTDMDEE INEF RS Other diseases Cerebellar malformation

ZDtDEE MEBMS IS R FOE RS REETE Other diseases Nonsyndromic hypergonadotropic hypogonadism
FDMDEE EEKT., HREETELICNNEZES R ERE Other diseases Neurodevelopmental disorder with ataxia, hypotonia, and microcephaly
ZTohDEE B e 67 Other diseases Elbow flexion contracture

ZDHDEE FOVREY Y VRBICK ZMEHEREA Other diseases Thrombophilia due to thrombin defect

ZDMDER FHEOVUEIT4)— Other diseases Finger syndactyly

ZOMDEE F0T7 V- LEERRGEEFEREL, SAGETFRERR Other diseases PROTEASOME-ASSOCIATED AUTOINFLAMMATORY SYNDROME 1, DIGENIC
ZDMDEER HERET, EESLUXREELZHESHBREIRE Other diseases Neurodevelopmental disorder with hypotonia, seizures, and absent language
ZOMNEE BRUENETE 14 Other diseases Premature ovarian failure 14

ZDMDER EREREERERRKAERE Other diseases Autosomal dominant popliteal pterygium syndrome
ZFDMDES QIEEEEEL. $HR Other diseases Long QT syndrome 1, recessive

ZDtDEE EEERSEREMER 58 Other diseases Mental retardation, autosomal recessive 58

ZDtDEE EEEREETANA Other diseases Autosomal dominant epilepsy

ZTOMDEE ﬁ(‘&'&ﬂwﬂﬁﬂﬁ%iﬁ: SHYAPATA—a YA IATYN /TR Other diseases Muscular dystrophy-dystroglycanopathy (congenital with brain and eye anomalies), type a, 14
ZDtDES TANRNDIT b=IL/ILI DT b= Other diseases ivacaftor / lumacaftor response - Efficacy

ZFDMDES BARF T 47 v -FIERE Other diseases Chediak-Higashi syndrome, adult type

ZDtDES 1l & f%B(m) Other diseases Hemophilia b(m)

ZotDEE XEEESRETLE Other diseases Combined immunodeficiency, X-linked

ZDMDEER BHIRE TANA MR Other diseases Early onset epileptic encephalopathy

ZFDMDES B IEED Other diseases Optic disc pallor

ZDMDEE KCNT2B85E /5 2 Other diseases KCNT2-related condition

ZFDMDES SEINA ) IiE Other diseases Darier disease, segmental

ZDMDEER TP IV UFELEIRE Other diseases Angelman syndrome-like

ZDDEE By PRI Other diseases Sandhoff disease, chronic

ZDtDES BRFEENA—F YR Other diseases Parkinson disease, late-onset

ZDHDEE GBE1RSE KA Other diseases GBE1-Related Disorders

ZDMDEER INFEE17,20-) 7 —E RIBE Other diseases Isolated 17,20-lyase deficiency

ZotDEE R—24 a5 Y h U ENFITBMRISE Other diseases Qualitative or quantitative defects of beta-sarcoglycan
ZDMDEE BRCA2BEER A Other diseases BRCA2-Related Disorders

ZFDMDES JEREEME RS R Other diseases nonsyndromic sensorineural hearing loss

ZDtDES EEEERSEMMESE 65 Other diseases Intellectual disability, autosomal recessive 65

T DEE BRERSHESHREKEE Other diseases Epidermolysis bullosa pruriginosa, autosomal recessive
ZDtDES JEHBTIL T 7 VEREE Other diseases Marfan syndrome, atypical

ZFDHDES AR D ALE Other diseases Clinodactyly of the 4th toe

ZDtDES FEIRME/NRERSE 12 Other diseases Microphthalmia, syndromic 12

T D DEE MYBPC3REE & B Other diseases MYBPC3-Related Disorders

ZDtDES BRI Other diseases Scrotal hypoplasia

ZOHDEE SRR IR AE Other diseases Congenital fibrosis of extraocular muscles
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