TI#E

Gene Phenotvpe group Disorder (MIM category) Variants to report Triage Triage rationale (concise)
APC Cancer Familial adenomatous polyposis All P/LP Priority 1 BB -BR/ PO/ ABRMTEIL, RHAADFENAK
RET Cancer Familial medullary thyroid cancer / MEN2 AD All P/LP Priority 1 BR-ER/ P/ ARAEL. BN ADFIEEAK
BRCA1 Cancer Hereditary breast/ovarian cancer AD All P/LP Priority 1 BE-BER/TIH/R
BRCA2 Cancer Hereditary breast/ovarian cancer AD All P/LP Priority 1 BE-BER/TIH/R
PALB2 Cancer Hereditary breast cancer AD All P/LP Priority 1 BE-EWH/ T/ A
SDHD Cancer Paraganglioma—pheochromocytoma AD All P/LP Priority 1 JZ$ . %*ﬁ/%ﬂfi/ﬁé
SDHAF2 Cancer Paraganglioma—pheochromocytoma AD All P/LP Priority 1
SDHC Cancer Paraganglioma—pheochromocytoma AD All P/LP Priority 1 3
SDHB Cancer Paraganglioma—pheochromocytoma AD All P/LP Priority 1 ,—.,-ilzx E‘*ﬁ/ﬂﬁ/, BEHHEL. REAN ADFIZEA K
MAX Cancer Paraganglioma—pheochromocytoma AD All P/LP Priority 2 BEFZANRBE/FIE SRR ICIR. ERMEEE R il
TMEM127 Cancer Paraganglioma—pheochromocytoma AD All P/LP Priority 2 BE/FIE IR, ERMEEE R il
BMPR1A Cancer Juvenile polyposis syndrome AD All P/LP Priority 2 BE/FIE IR, ERMEEE R il
SMAD4 Cancer Juvenile polyposis / HHT overlap AD All P/LP Priority 2 BB R/ REEHICIE., BERMEERDID
TP53 Cancer Li~Fraumeni syndrome AD All P/LP Priority 1 $ E‘*E/ﬂﬁ//nﬁb%_L BEN ADFIIEAK
MLH1 Cancer Lynch syndrome AD All P/LP Priority 1 2-BEIR/FOH/ABRAREL, RHIN ADRIEAK
MSH2 Cancer Lynch syndrome AD All P/LP Priority 1 B8/ PP/ ABRONHEL . RN ADRIIAK
MSH6 Cancer Lynch syndrome AD All P/LP Priority 1 -BERR/ TR/ RO, BRHINADRBEAK
PMS2 Cancer Lynch syndrome AD All P/LP Priority 1 RBEH/ T/ AERNHEIL. BN AOFIENK
MEN1 Cancer Multiple endocrine neoplasia type 1 AD All P/LP Priority 1 -BEIR/FRh/ AR, BHINADREAK
MUTYH Cancer MUTYH-associated polyposis AR P/LP (biallelic) Priority 2 ; icTEUARY ATOIXEBETRHER
NF2 Cancer Neurofibromatosis type 2 AD All P/LP Priority 2 MATREL AR BER/RIEFHICIF. BERMEER DD
STK11 Cancer Peutz—Jeghers syndrome AD All P/LP Priority 1 .—.,-inziﬁ BER/ T/ A RESL, REINT A D RIS K
PTEN Cancer PTEN hamartoma tumor syndrome AD All P/LP Priority 1 BRBEE-BER/ P/ ARNHEL, BN ADORELK
RB1 Cancer Retinoblastoma AD All P/LP Priority 1 BE-ER/ PH/ARNHEL, BN ADORIELK
TSC1 Cancer Tuberous sclerosis complex AD All P/LP Priority 1 JZ$ BEXR/ T/ AR, BHINADRENK
TSC2 Cancer Tuberous sclerosis complex AD All P/LP Priority 1 B E’*ﬁ/%ﬂfi//u HFEL. BEIN ADFIZEA K
VHL Cancer von Hippel-Lindau syndrome AD All P/LP Priority 1 BAREL, REINT ADFI A K
WT1 Cancer WT1-related Wilms tumor AD All P/LP Priority 1 SRBEE- B/ I AR RE ADFIZASK
FBN1 Cardiovascular — Aortopathy Aortopathies AD All P/LP Priority 1 KENRAEE/RHEOAMRE) XY, FHEFHOREEENES
TGFBR1 Cardiovascular — Aortopathy Aortopathies AD All P/LP Priority 1 KENRAEH/BRHEOAMRE) XY, FHEFHOREEENES
TGFBR2 Cardiovascular — Aortopathy Aortopathies AD All P/LP Priority 1 KRENRAERE/ RH OSBRI RY, FHUFHCHREEENEN
SMAD3 Cardiovascular — Aortopathy Aortopathies AD All P/LP Priority 1 RENRAZRE/IRH OSBRI RY,, FHUFHCREEENEN
ACTA2 Cardiovascular — Aortopathy Aortopathies AD All P/LP Priority 1 RENRAERE/ RH OSBRI RY, FHUFHCREEENEN
MYH11 Cardiovascular — Aortopathy Aortopathies AD All P/LP Priority 1 RENRAERE/ RHE OSBRI RY, FHUFHCEREEENEN
PKP2 Cardiovascular - ARVC Arrhythmogenic right ventricular cardiomyopathy AD All P/LP Priority 1 BIEEAEAR/SCD RS, ICDE TP H A
DSP Cardiovascular — ARVC Arrhythmogenic right ventricular cardiomyopathy AD All P/LP Priority 1 B EAR/SCD RS, ICDE TP H A
DSC2 Cardiovascular — ARVC Arrhythmogenic right ventricular cardiomyopathy AD AllP/LP Priority 1 B EAR/SCD RS, ICDETF[H A
TMEM43 Cardiovascular — ARVC Arrhythmogenic right ventricular cardiomyopathy AD All P/LP Priority 1 B AR EAR/SCDRY, ICDETF[H A
DSG2 Cardiovascular — ARVC Arrhythmogenic right ventricular cardiomyopathy AD All P/LP Priority 1 IR ERR/SCD RS, ICDETFHAHE
RYR2 Cardiovascular — Channelopathy Catecholaminergic polymorphic ventricular tachycardia AD All P/LP Priority 1 JEENFEHKSCD; BEEE/ICDAF R
CASQ2 Cardiovascular — Channelopathy Catecholaminergic polymorphic ventricular tachycardia AR P/LP (biallelic) Priority 1 BENFEHSCD; T ATER
TRDN Cardiovascular — Channelopathy CPVT/Long QT AR P/LP (biallelic) Priority 1 INBEASCD; T AME
TNNT2 Cardiovascular ~ DCM Dilated cardiomyopathy AD All P/LP Priority 1 DS - EIEE R ER AT
LMNA Cardiovascular - DCM Dilated cardiomyopathy AD All P/LP Priority 1 IMEEEE/BETEN ICDETHA
FLNC Cardiovascular — DCM/arrhythmia Dilated/arrhythmogenic cardiomyopathy AD All P/LP Priority 1 SCDENRY; N ATFH
TTN Cardiovascular - DCM Dilated cardiomyopathy AD LoF D # 3R Priority 1 IDAREYRY; EETF (LoFIZRRE)
COL3A1 Cardiovascular — Connective tissue Ehlers—Danlos syndrome, vascular type AD All P/LP Priority 1 AR/ F B R E B & HHE
LDLR Cardiovascular — Lipid Familial hypercholesterolemia AD All P/LP Priority 1 BN A (BREREEGETESE) TAXRU M4
APOB Cardiovascular — Lipid Familial hypercholesterolemia AD All P/LP Priority 1 BN A (BREREGETESE) TAXRUME
PCSK9 Cardiovascular — Lipid Familial hypercholesterolemia AD All P/LP Priority 1 BN A (BREREGETESE) TAXRUME
MYH7 Cardiovascular - HCM Hypertrophic cardiomyopathy AD All P/LP Priority 1 SCD/ILAEYRY; BB -/ T IMA X ADF R
MYBPC3 Cardiovascular — HCM Hypertrophic cardiomyopathy AD All P/LP Priority 1 SCD/ILAEYRY; B -/ T IMA X ADF R
TNNI3 Cardiovascular - HCM Hypertrophic cardiomyopathy AD All P/LP Priority 1 SCD/IDAEYRY; B8 -FW/ T INA AN ADED
TPM1 Cardiovascular - HCM Hypertrophic cardiomyopathy AD All P/LP Priority 1 SCD/ILDAEYRY; B -/ T A X ADE R
MYL3 Cardiovascular - HCM Hypertrophic cardiomyopathy AD All P/LP Priority 1 SCD/IDAREYRY; B8 -/ T INA AN ADED
ACTC1 Cardiovascular - HCM Hypertrophic cardiomyopathy AD All P/LP Priority 1 SCD/IDAREVYRY; B8 -FW/ T INA AN ADED
PRKAG2 Cardiovascular - HCM Hypertrophic cardiomyopathy AD All P/LP Priority 1 SCD/IDAEVYRY; B8 -/ T INA AN ADED
MYL2 Cardiovascular — HCM Hypertrophic cardiomyopathy AD All P/LP Priority 1 SCD/ILAEYRY; B -FW/ T ISMA XN ADE R
KCNQ1 Cardiovascular — Channelopathy Long QT (type 1) AD All P/LP Priority 1 SCDFRHASAIE ( B BT EEE)
KCNH2 Cardiovascular — Channelopathy Long QT (type 2) AD All P/LP Priority 1 SCDFRHASATHE ( B BT EES)
SCN5A Cardiovascular — Channelopathy LQT3/Brugada AD All P/LP Priority 1 BT ER; AT
BTD Inborn errors of metabolism Biotinidase deficiency AR P/LP (biallelic) Priority 1 EBYROHEREE(ELTFY)
GLA Inborn errors of metabolism / Cardiovascular Fabry disease XL BAZ/ATA/REDP/LP Priority 1 ERTE CHETHNE. N/ IDEEYRVIER
OTC Inborn errors of metabolism Ornithine transcarbamylase deficiency XL EAZ/ATA/REDP/LP Priority 1 BT7UESTIEREE R, B/ EMEE
GAA Inborn errors of metabolism Pompe disease AR P/LP (biallelic) Priority 1 ERTE#. BN ATTREE
HFE Miscellaneous Hereditary hemochromatosis (p.Cys282Tyr homozygotes only) AR C282YTREEADH Priority 2 ARGEMAR, BETRERAE
ACVRL1 Miscellaneous — Vascular Hereditary hemorrhagic telangiectasia AD All P/LP Priority 2 H/AVM DS - i i % TEE
ENG Miscellaneous — Vascular Hereditary hemorrhagic telangiectasia AD All P/LP Priority 2 &L (HHT)
RYR1 Miscellaneous — Pharmacogenetics/Anesthesia  Malignant hyperthermia AD All P/LP Priority 1 EEREBROBENESHELZFHITEEEF U OLUE)
CACNA1S Miscellaneous — Pharmacogenetics/Anesthesia  Malignant hyperthermia AD All P/LP Priority 1 [ & (FRESBEE D BN B [B1588 m] E T )
HNF1A Miscellaneous — Endocrine Maturity-onset diabetes of the young (MODY3) AD All P/LP Priority 2 SAEASEE (SURSME) - RIERETHI A
RPE65 Miscellaneous — Ophthalmology RPE65-related retinopathy AR P/LP (biallelic) Priority 2 BIRFABRDRENHERE @ ER DB E
ATP7B Miscellaneous — Hepatic Wilson disease AR P/LP (biallelic) Priority 1 FL—N/ERAB TR
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