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Genetic Testing For Hereditary Cardiovascular Disease
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RS NLEE(Marfan syndrome)

IRPEIES :

2HE, B, 205, EE. AKE. @RERA.
AR, BEZRIBHRE (ERITE), RIEEKE
RBERREANSN. THEE,
Wiz E:

FIEEBRE M OMERM Panel 2R + —€ ERAE

MFFEIE,
e -1 2 Paneltl EYN-EL o]

TEEBGERLEVNI -—ITHERE

480NELE, HEA680TESS ESrerl 20 000+ MNEE, HEA3,0005 5

ol

NM_000071.2:.969G>A (p.Trp323") , K & 4 #ff & 31 * ERERZERRFCERRE (RRETH

FIEEN RN ZEFHIEEE, 85 BENBRE HLIZ) B MERRKERE. o METEEIPanell ML RRME, FiZsSih
FUSBARKBPENBRZMESHEIRKRIE /o * BERRE. AR SR ETHIEHA W= BRI TS T B T,
(Homocystinuria, B6-responsive and nonresponsive B, BFHEEESRE. HEEMBEIMER . BERE, BEERRESH/SREE
types[MIM:236200]) , %52 ERBEAIAIESE, RIE HIAEF BE, NERHERBTRERL,
ACMG #5F, ERTRFITABFEER. c BERAKAR, FINERNERRERNFE

H. ENRREIXTESRRIIAR,

[Z=f2]

Barth£R&7iE(Barth syndrome) q%,.a“/ﬂlfﬁ'
IBFRIES
B)LEB, 2%, ML, KBIRE, AKIET, . ElPancl REKE > 4001, &
EER LR, RRERERR 3- BERE ZERKTE R > 600K
EEEE @ . RHNBFEEEME > 20,0001, * MR >99%
M E: £ B TLY3 000K = o MEFEZE>95%
SLIEEEEMEOMERE Panel EFEEN + —fX . SRTHAEASNP, small Indel
MEIIE, I-1 [-2
MR
HIAEBTAZERLERVE —NMHEEaRDT
NM_000071.2:c.969G>A (p.Trp323*) , RE S # 4 1 N —— © RELN, NEER
FIFERFFERNZERNETE, TA7 EENERERE / 01 R)\ . EENESRIE ¥ o NMEMRRRSZ
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[MIM:302060]), ZmE X E#iE%. BRI ACMG 157, o REEN—HIIE
ERTE2WTABRET R,

04 05



+ Frasergen

ETB]UIE-¢ B O E R REE N

AR SS FitE

.........................................................................................................................

01 ShERYSHIERE Hﬁ

03 fAE

04 BRBEWREERA El

i

=

05 FZAKLN

WA BREISEsEESZAE, 1510878

FERERERENR

HAER:

NMEF3ImL, REFETFEDTAZ
ITEBR SN FTAER M E H,
BHERK:

(1)k&8Ek, ARBE.
(2)ZFixHl, HAIEHRET
4°C, KHEARETF-20°C,

06

HAEK:

KERMET30ng/uL, SEFRKT
3ug; OD260/2801E7£1.8-2.028l;
TrEfR. TRNATTH,

BEMERK:

(1)Fkizka.

2)Fi%81, HAEHREFET-20°C,
KEARFETF-80°C,

BAER:

(L)RREAN: MERKESR,
2mL/A

(2))LE: ORRF, EL3
R/IA

BEERK:

HIRIEH.

S %0 MmERRYIR

01
02
03
04

DA
DRKE

Fe RO ISR
HitOME & Sw

07



-
&
i
&

(gl Frosergen | BfEMO M ERBERR

S 'y
N o

01 / wANss 03 / FeR BT

&w () &R (3EX) BEEAR HREE & (h3) &R (X0 BEAN HREE
BEEOHE Hypertrophic cardiomyopathy AD/AR MYBPC3,MYH7,TNNT2 %30 MEH F5 IBIFRTR R Atrial septal defect AD g_iGATM'GATAG%S/I\
KB ALIR Dilated Cardiomyopathy AD/AR/XL | TTN,MYH7,MYBPC3 50 MNEE = B PRER IR Ventricular septal defect AD NKX2-5,CITED2,GATA4
PRI AR Restrictive cardiomyopathy AD TNNT2, FLNC H4NER B ZEEPRERIR Atrioventricular septal defect AD CRELD1,GJA1,GATA4 ,GATA6
BTN Metabolic cardiomyopathy AD/AR/XL | GAA,GYS1,5LC22A5 FE46 N E A ELRBERR Hypoplastic left heart AD/AR NKX2-5,GJA1
RAsID\AILREE Sﬁfh%athy'assocmed cardiomy- AD KRAS,NRAS,HRAS ZE16 1M E X JRER YRR Tetralogy of Fallot AD g 5, GATA4 ZFPM255 6T
BOBRLKEHALELABAR 2;;hp){;2|gogenic right ventricular AD/AR PKP2,DSP,JUP 13N E A B O REShRK T BT Conotruncal defects AD NKX2-5,NKX2-6,GATAG6, TBX1
ELEBENRE Left ventricular noncompaction AD PRDM16,TNNT2,LDB3%E9 M &R Ak S B R Patent ductus arteriosus AD PRDM6, TFAP2B
ZRIMSOIR Multiple congenital heart defects AD/AR/XL | ZIC3,TAB2,NR2F2ZE5 M EH
F AR S Aortic valve disease AD NOTCH1,ROBO4,SMAD6
BT 1B aDretztrriZ;lioped Transposition of the great AD VIEDI3L
02 / lt\ﬁ*ﬁ ZRiBRRE Mitral valve prolapse AD DCHS1
%% (dhx7) &K () BEAS MmEER FapfkiER Supravalvar aortic stenosis AD ELN

KQT4ATE Long QT syndrome AD KCNQ1,KCNH2,SCN5AZE1T PNEE g;i;gﬁﬁgﬁgélﬁ# bﬁ{%ﬁ?ﬁ?ﬁgﬁ;ﬂg l”ﬁg;“rf 32230351’ with or AD DTNA

RQT4HATE Short QT syndrome AD KCNH2,KCNJ2,KCNQIZE5 M EH XIESIOIREA B R Cardiac valvular dysplasia, X-linked XLR FLNA

BrugadaZ &1L Brugada syndrome AD SCN5A/SCN1B/SCN2BZE15 N ELHA AlagilleZRE1E Alagille syndrome AD JAG1,NOTCH2

J I RER RS M E TR \Ss;ifirc]ﬁllz:?c;ncehrfciz rpzjoi;ymorphic AD/AR RYR2,CASQ2, TRDNZ6MELE -G EE Cardiofaciocutaneous syndrome AD BRAF,KRAS,MAP2K1,MAP2K2

BEEMRSERSSET Sick sinus syndrome AD/AR SCN5A,HCN4,MYH6,GNB2 Cantus&&1E Cantu syndrome AD ABCC9

BT OB E S5 Sir;)egar:sive cardiac conduction AD SCN5A, TRPM4, SCN1BZ6 M EH Char&R &1k Char syndrome AD TFAP2B

RO BT Familial atrial fibrillation AD/AR | ABCCY,GIA5KCNASZLTMEH CHARGE&1E CHARGE syndrome AD CHD7,SEMA3E
CostelloZR &1 Costello syndrome AD HRAS
DiGeorge4r&1iE DiGeorge syndrome AD TBX1
Ellis-van Creveld&R&1iE Ellis-van Creveld syndrome AR EVCEVC2
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& (PX) &R (3E) EEAR HRER &R (PX) &R (3E3) BEEAR HmER
e N _~a,c | COngenital heart defects and
AL J ; KT 4 AL
Holt-OramZ=&1iE Holt-Oram syndrome AD TBX5 RO IEHRIN B BT ES1E skeletal malformations syndrome AD ABL1
. ) M, RBEREMGERMD | Short stature, developmental
= AL ’
KabukiZr&1iE Kabuki syndrome AD/XLD KMT2D,KDM6A iy delay, and congenital heart defects AR TKT
Congenital heart defects and
AL N i N N = Y2 .
NoonanZr &1 Noonan syndrome AD/AR PTPN11,5051,RAF1Z£13 M EH FERMELIEFMIMERRERR | sciodermal dysplasia AD PRKD1
Structural heart defects and renal
Williams-Beuren4z&1iE Williams-Beuren syndrome AD ELN S OERBIEREEEE | omalies syndrome AR TMEM260
Carpenter&R&1iE Carpenter syndrome AR RAB23,MEGF8 R DEFEMEHET Cleft palate, carfhac defects, and AD MEIS2
mental retardation
e p e ARID1A,ARID1B,SMARCB1%10 BHRTAFHREB AL | Mental retardation and distinctive facial
= A
Coffin-Siris&Z &1 Coffin-Siris syndrome AD ANEEH pras features with or without cardiac defects AD MED13L
YR Y B ey M 56 AN g N B . .
Cornelia de Lange 4 &1 Cornelia de Lange syndrome AD/XLD NIPBL,SMC1A, HDACSZ5 M EL A REXBRAH AT HIERDS | Neurodevelopmental disorder with or AD RERE
= without anomalies of the brain, eye, or heart
. s . Y MKS1,TMEM216, TMEM67
Mowat-Wilson 2 &1 Mowat-Wilson syndrome AD ZEB2 Meckel &R &1 Meckel syndrome AR BBANER =
Rubinstein-Taybi &£ &1iE Rubinstein-Taybi syndrome AD CBP,EP300 &-BF-BREAB AR Eiinal—hepatm—pancreanc dyspla- AR NPHP3,NEK8
CEP104,NPHP1,TMEM237 534
Smith-Lemli-Opitz & &1E Smith-Lemli-Opitz syndrome AR DHCR7 Joubert&E&1E Joubert syndrome AD/AR/XLR | 2 g ’ %
) ' ARHGAP31,D0CK6,RBPI F6 15 ) , .
Adams-Oliver &1 Adams-Oliver syndrome AD/AR Bardet-Bied|4E&1E Bardet-Biedl syndrome DR/AR BBS1,BBS2,ARL6ZE2ANEL R
Baller-Gerold &2 &1E Baller-Gerold syndrome AR RECQL4 Saethre-Chotzen4R &1k Saethre-Chotzen syndrome AD TWIST1
i - i = Simpson-Golabi-Behmel
Beckwith Wiedemann £Z&1E | Beckwith-Wiedemann syndrome | AD CDKN1C, H19 ,RAF1 ?SEIT’*L')JSOH Golabi Behmel4 syntg)rome, type 1 XLR GPC3
Coffin-Lowry4&R&1E Coffin-Lowry syndrome XLD RSK2 Sotos &1 Sotos syndrome AD/AR NSD1,APC2,NFIX
Duane-radial ray Z&1E Duane-radial ray syndrome AD SALL4 Townes-Brocks &1 Townes-Brocks syndrome AD SALL1,DACT1
Fragile X &2 &1E Fragile X syndrome XLD FMR1 LEOPARD &&1F LEOPARD syndrome AD RAF1,BRAF,PTPN11
Nance-Horan & &1E Nance-Horan syndrome XLD NHS Larsen4R&1iE Larsen syndrome AR B3GAT3
M 7 sppsgroFnen | Congenital heart defects, dysmorphic facial
Peter sPlus &2&1E Peters-plus syndrome AR B3GLCT %xﬁ’ﬁﬁgﬁ*ﬁa‘ L features, and intellectual developmental AD CDK13
NEBES disorder
Roberts &2 &1E Roberts syndrome AR ESCO2 CHIMEATE CHIME syndrome AR PIGL
Robinow & 1iE Robinow syndrome AD/AR ROR2, WNT5A, DVL1, DVL3 GrangeZZ &1k Grange syndrome AR YY1AP1
ARSI Heterotaxy AD/AR/XLR | ZIC3,CFC1,ACVR2BZ8 N EFH TARPEZATE TARP syndrome XLR RBM10
DNAH5,DNAH11,CCDC395£38 Glycogen storage disease of heart,
[RAMLFEITNERS Primary Ciliary Dyskinesia AR/XLR ISR DR RIRSE i s AD PRKAG2

EE
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& (Px) &R (X)) BEEAN HREE &R (PX) &R (3EX) EEAN HREE
Ritscher-Schinzel4&1E Ritscher-Schinzel syndrome AR/XLR WASHCS5,CCDC22 Takenouchi-KosakiZZ&1E | Takenouchi-Kosaki syndrome AD CDc42
Y SBBYSSZR&1E; Genitopa- | SBBYSS syndrome; Genitopatellar
Alstrom&E&1E Alstrom syndrome AR ALMS1 tellarE&1E syndrome AD KAT6B
McKusick-Kaufman4z &1 McKusick-Kaufman syndrome AR MKKS EMME-aFRkIET S ST Snaaphlcg?gar:ka)l:ormatlon-arterlovenous AD RASA1, EPHB4
s CPLANE1,0FD1,TMEM107%14
Ellis van Creveld&&1iE Ellis-van Creveld syndrome AR EVC2,EVC AmiELRETE Orofaciodigital syndrome AR/XL ANEH
FEIEELEERRE Cranioectodermal dysplasia AR IFT122,WDR35,IFT43,WDR19 INRBBHZETIE Microphthalmia, syndromic AR/XLD STRA6,BCOR
Carpenter4&=&1E Carpenter syndrome AR RAB23,MEGF8 E& ApL3TS Polycystic kidney disease AD/AR PKHD1,PKD1,PKD2 ,DZIP1L
BHEBIER, 8 0RREMEE Intellectual developmental disorder with ! isi
Bt cardiac defects and dysmorphic facies AR TMENS ALtk Nephronophthisis AR ANKS6,INVS
e e i W SEMBREABARHEZAH | Short-rib thoracic dysplasia with or WDR35,IFT172,TTC21B%18
Sifrim-Hitz-WeissZ&&1E Sifrim-Hitz-Weiss syndrome AD CHD4 P without polydactyly DR/AR =H
e oM I S AT Contragtural arachnodactyly, AD FBN2
congenital
CHOPSZR&1E CHOPS syndrome AD AFF4
e P (S B Congenital disorder of AR SRDSAS
' mIq= lycosylation, type | N &=
— __(SYORYaTon, YPe . 04 / HfthO MM E %R
B, OFF. SRS EIE | Vertebral, cardiac, renal, and limb AR HAAO
134 defects syndrome 1 &R (fh37) AR (& 5
i ) EEAN HmER
B, ORE. SREAOREELSETE | Vertebral, cardiac, renal, and limb AR KYNU
! - . . 1B, 1G, 1%F261
2781 defects syndrome 2 e 5 Monogenic hypertension AD/AR SECN SCNN1G,WNK1Z526
Johanson-Blizzard &2 &1iE Johanson-Blizzard syndrome AR UBR1 HNFE4A GCK HNF1A PDX1
BEAVERS Monogenic diabetes AD/AR HNFIBZITAEE
Myhre4R &1iE Myhre syndrome AD SMAD4 EBN1 TGFBR1 TGFBR2ZE8
BEE M E TR Heritable Aortic Disease AD g' ’ 281
CHILDZR&1E CHILD syndrome XLD NSDHL
Congenital anomalies of idney and arinary =AM fE Hyperlipidemia AD/AR APOE,LIPA,LDLRE 13 M EEH
1 13-4 B ithl A Az =) ~ A\
zi:f/'g = E’é}?&ﬁ%’; zé:: = 1E1i:§j_ﬁ= tract syndrome with or without hearing loss, AD PBX1 BMPR2,BMPR1B,ACVRLIZE8A
SHIEEE. EXARERATRE abnormal ears, or developmental delay BBk Pulmonary arterial hypertension AD/AR e ” 2
Frank-ter HaarZz &1k Frank-ter Haar syndrome AR SH3PXD2B PROC.PROS1 SERPINCIZE5/
. . BEYZIEE Inherited thrombophilia AD/AR ’ ’ TR
B2/ \iRERK-%5 (3t) B | Megalencephaly-polymicrogyria-po AD PIK3RI.AKT3
F2-BAQK AT lydactyly-hydrocephalus syndrome /
Alveolar capillary dysplasia with S35 AD:ER Sy s e RV = Ve RN e e ) rmes
5 = NI e * AD:BREFEMEE. ARERBEREMERE. XLDXEBEMEE. XLRXGEPEMEEE. DRIONERME D%
BEAME LT RAMHKKE misalignment of pulmonary veins AD FOXF1 - s - = S R = =
Smith-Magenis& &1 Smith-Magenis syndrome AD RAI1
Baraitser-Winter& &1k Baraitser-Winter syndrome AD ACTB, ACTG1
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