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Variant Screening - Disease screening 2 (ACMG)

ACMGODEMZE/ARIL

ACMGOOOOOOO

NA FIERMIAA - BENAFEEEE 1 Cancer-related Breast-ovarian cancer, familial 1

MNA RIEHEHI A - IIEDSAREIRE 2 Cancer-related Breast-ovarian cancer, familial 2

vy R RIRIRBER DA Cancer-related Familial medullary thyroid carcinoma

NA 1)« 7594 = (Li-Fraumeni) fEIREE 1 Cancer-related Li-Fraumeni syndrome 1

NA ) U FEIRE Cancer-related Lynch syndrome

NA LSRN WIESR (MEN) 13 Cancer-related Multiple endocrine neoplasia, type 1

NA LHRMENTWIES (MEN) 2a% Cancer-related Multiple endocrine neoplasia, type 2a

NA LSRN BIESR (MEN) 2bE Cancer-related Multiple endocrine neoplasia, type 2b

A MYHEEEAR ) R— R Cancer-related MYH-associated polyposis

NA IR EAE 2R Cancer-related Neurofibromatosis, type 2

NA EMIEERRE 2 Cancer-related Paragangliomas 2

Nh fERETRE 3 Cancer-related Paragangliomas 3

vy EMIEERRE 4 Cancer-related Paragangliomas 4

NA RAY - D H—R (Peutz-leghers) fEIREE Cancer-related Peutz-Jeghers syndrome

KA PTENBERFESEIR (/\<IL b—) PTENIEBIEIZEE(PHTS) |Cancer-related PTEN hamartoma tumor syndrome

NA RS HraE Cancer-related Retinoblastoma

NA FEETMEREALAE 1 Cancer-related Tuberous sclerosis 1

vy FEENPERE (L AE 2 Cancer-related Tuberous sclerosis 2

NAa T+ EYRIL - YRR Cancer-related Von Hippel-Lindau syndrome

vy KIGIREMAR Y R—2 X Cancer-related Familial adenomatous polyposis 1

NA B R ETRE 1 Cancer-related Glomus Tumors, Familial, 1

vy fEMIZENRE 5 Cancer-related Hereditary Paraganglioma-Pheochromocytoma Syndromes

NA EEMRY R— REERS Cancer-related Juvenile polyposis syndrome

S et T 1 s agna e breasyBreast-ovarnan cancer, ]

s RIEMIA A - IR AR RS Cancer-related Zi |ig|;ira1la'r21t cancer of the breastyBreast-ovarian cancer,

A 74 ILLRIES Cancer-related Nephroblastoma/Wilms' tumor

vy FEMIZETRE 6 Cancer-related Pheochromocytoma/Paragangliomas 6

A EAT R vy RDA Cancer-related Pilomatrixoma

DMEREE | RIEMEMWEKENRE 4 Cardiovascular-related  |Aortic aneurysm, familial thoracic 4

DMEREE  |REMEMEBXBIRE 6 Cardiovascular-related  |Aortic aneurysm, familial thoracic 6

DMEREE | TEREEAEOHESER Cardiovascular-related  [Arrhythmogenic right ventricular cardiomyopathy, type 5

DIEREERE | TEREMHEEEDHESE Cardiovascular-related  |Arrhythmogenic right ventricular cardiomyopathy, type 8

DMEREE | TEREEAEOHEIR Cardiovascular-related  [Arrhythmogenic right ventricular cardiomyopathy, type 9

DIEREFE | TEREMAZEDHAEL0R Cardiovascular-related  |Arrhythmogenic right ventricular cardiomyopathy, type 10

DMERESE | FEREEAEDHEILER Cardiovascular-related | Arrhythmogenic right ventricular cardiomyopathy, type 11

DMEREKE | TIVHSEERE Cardiovascular-related  |Brugada syndrome 1

DMEREE (D735 I UFRESRMELEER (CPVD) Cardiovascular-related  |Catecholaminergic polymorphic ventricular tachycardia

DIEREFE  |IRELHE 1A Cardiovascular-related  |Dilated cardiomyopathy 1A

DMERESE  |REMESI LT O—/LIE Cardiovascular-related  |Familial hypercholesterolemia

DIERKFE |EDEFEHES Cardiovascular-related  |Left ventricular noncompaction 6

DMEREE  |QTEREREE 1 Cardiovascular-related  |Long QT syndrome 1

DIERKFE |QTERAEEE?2 Cardiovascular-related  |Long QT syndrome 2

DMERESE  |QTERAEIERS3 Cardiovascular-related  |Long QT syndrome 3

COEREE | T—5% - 5o 0 EEE NEE Cardiovascular-related Qﬁfsomal Tecessive ENlers-Danios Syndrome, vascuiar

DMEREE  |EEEAEERENES I LA TO—/LIE Cardiovascular-related  [Familial hypercholesterolemia 3

DMERESE  |Loeys-DietzfEIEE 15! Cardiovascular-related  |Loeys-Dietz syndrome 1

DIMERESE  |Loeys-DietzfE IR 28! Cardiovascular-related  |Loeys-Dietz syndrome 2

DMERESE  |Loeys-DietzfEIEEE3E! Cardiovascular-related  |Loeys-Dietz syndrome 3

DNERER  |WILT7 IEERE Cardiovascular-related  |Marfan syndrome

DMERKEE  |EREREEIREOHE Cardiovascular-related | MYOfibrillar myopathy, filamin C-related/Dilated
cardiomyopathy, dominant

DMEREER  |WRELDAHE 2) Cardiovascular-related  |Primary dilated cardiomyopathy/Dilated cardiomyopathy 2J

DS R S SRR AR O Cardiovascular-related Primary famlllal hypertrophlc cardiomyopathy/Familial
hypertrophic cardiomyopathy

DMEREE | HTITI UFFHFESRMOEREE (CPVT) 2 Cardiovascular-related  [Ventricular tachycardia, catecholaminergic polymorphic, 2

N ¥ — = =,z e . Ventricular tachycardia, catecholaminergic polymorphic, 5,

= =] I v E F 4 |

DMEREE ([ HTI5IUFRELRMELEER (CPVD) 5 Cardiovascular-related | /o’ C e e weakness

DNERESR  |IEREOHE 1D Cardiovascular-related  |Dilated cardiomyopathy 1D

DIERESR  |BAR - T+—VERHE (LDS) 18E Cardiovascular-related  [Loeys-Dietz syndrome type 1B

DIERESRE |04 R - T+—VERE (LDS) 2BHE Cardiovascular-related  |Loeys-Dietz syndrome type 2B

DMEREE | EEMHEOEREOENRE (X X5—FK) 28 Cardiovascular-related  |Hereditary hemorrhagic telangiectasia, type 1

DNERESR  |WEREDHE 1HH Cardiovascular-related  |Dilated cardiomyopathy 1HH

DIMEREE  [HEREDEE 11 Cardiovascular-related  |Dilated cardiomyopathy il

DIERESR  |WEEREDEEE 10D Cardiovascular-related  |Dilated cardiomyopathy 1DD

DIMEREE  |[WEREOHE 12 Cardiovascular-related  |Dilated cardiomyopathy 1Z

DERESR  |QTERERE 14 Cardiovascular-related  [Long QT syndrome 14
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DNERESR  |QTERAEERE 15 Cardiovascular-related  |Long QT syndrome 15
DIMEREE  |QTERAEIRE 16 Cardiovascular-related  [Long QT syndrome 16

T
?’EET&H%?% FTIVZFUALNEANISI VRIS —ERZIE Inborn error of Ornithine carbamoyltransferase deficiency
fE metabolism

CHIEE | NP s = - L -
‘%Eﬁﬁ’m"% EF Fo A —ERIBE BEHILRF LI —EREE Inborn error of Biotinidase deficiency
fE metabolism

S :
‘ﬁfﬁﬁrﬁt‘% 95T —5 Inborn error of Fabry disease
fE metabolism
ERMERBMER | ), Inborn error of .
= HEERR metabolism Glycogen storage disease, type I
ZTOMDIRE |V ALY IR Other diseases Wilson disease
ZOMDEERE [ANEVBRTEF—IR Other diseases Hereditary hemochromatosis
TOMODEE  |EEEHOERENEIRRE (FR5—FK) 18 Other diseases Hereditary hemorrhagic telangiectasia type 1
ZTOMDEE | BUHSEE Other diseases Malignant hyperthermia susceptibility
ZTOMDIKRE | EEFREMARFERAE (MODY3) Other diseases Maturity-onset diabetes of the young, type 3
ZTOMDKE  |(HEEREME/RPECSHEERIRE Other diseases Retinitis pigmentosa 20/RPE65-related retinopathy
ZOHDER FSURHALFUOBTIOA =R Other diseases Amyloidogenic transthyretin amyloidosis
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