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EHS FEDFRAN CERR | BIERARTOMERHFANERM
RMAFFRZPAR, ERREBSHOMERMNY . 5 FEEFRARNIAR
RAMbER TRAYIRIREAS , Fit . BENZERAIGRN R HEHEST
B RTHNER, BEASHERERSEHOMERNSE. KRS
. iaf7. BESHRREBFFESEXERNEA BRTREHM
RS XHRRENSREZEHHXERAT. A . BRRZHIRRESR
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S EHRRERTATMITRIRIELUR EFANRERH T 2480 . LLAXTiEm
LR AR RAVIRIAIZE th B IR INRSAN2H . EtAREYUSRSE
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BEEMERENRSNTETRUREGRRERNHENEFH B
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BEZSHEAR 2 RER2I 0 S,

FRIARELETERMEXIER  RETIIRARAR FEEATXR
8, LSS F2HSRRIBREERANERSR . B—EHBHRENE
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REFBHSHR  HMUEENZHIUSE 7 BARFE 1N E  mAtaTF
IEFREELSEIS FIZMHITE , NTLREERNZHT,

—. ERBEEERREHOMERNERERRIEEH



MFRERGEHOMEROERISN , BHHEEREEIFRE
B, BACRMRERSRAHESBERMFNIMABLIG | FSBRIERE
StEnEFAEX | (BRZRRIENERSAHIBEXMREEREE . £
HEAREISNEROTHERIRRERARERET. REARAREHBII2
BFUFNTERBBETRITE | EEANINB FRFHRE 15~20
TEUE/O HERUSIEER MREBRIENRSS  —RINIRSSIZISRIFR
ARIRARIUBXANSVER, TXPERT , NORESENBEFER
BeFwRRIZEIRSHRENCNEYE. NEIFCEIREI/N , NSNS
EAHEE , oTHEBER ENBHERER MNREE I SAUEXER |
NHEFEISFE ZHHEBRERE RAHR BN IBRERHM |, iXoThE
LESHRZIEELIRIRZ | HESRKEENSETRER, BEISUE
mIZERIRZ | OIREISALA TR ®E | SEEIRNTERNZE , MTSBIaTA
FIRNEIR | SBAVBIRAARBERIERZE  MEZERRXREMR
RILERAE | RSBIEEHARGENEFIESITE. AILFITFEFHAR
BRTANEHEHIEFSER, FxEREEIHRHAERIAEREHMAYIE
T, EROBHEENREERERSBPRBIEINE S B8
REMFTA BT, ALt , EZIRREEOMBRANIIED | BRFEHTREX
SIEENIRARRERBXANSEIRILIS | EEFHBROIRKBIRITHYT . 18
B TFIRMAERIE GO ME RIS R GEEATT.

ARG ERNNRERREEOMBEmBITHEITIE , FHRIBEA
ERRNILHERFZRBEREAUENPMRIENEROHRE. HFH



IRPpXEAIREBRREEOMER  BRFENERKER BRI
XRBRAMEFEL OMIM, M FHREER  FRBGERMIEHESRS
BAER  NERERIOINFE( hypertrophic cardiomyopathy , HCM )
th MYBPC3 ERALICEASIBERMEEF MBS IINBITSARIELS
HCM 8 , M RYR2 BENNG PHARKRIES HCM 18X, 2HIBEHR
BIEFE PRSI BRAE M ERPHOETHRN , BAMRESR —AUIRER
Tz FSRRPLBS MREFIRITIRER, FIRPEBLA ClinGen,
DisGeNET B MalaCards i¥4. ClinGen £ REEEZ PEHARER
( National Institutes of Health , NIH ) JEE RBBEI—FIGRB BUHT
fhhi%  FHESHERAKRFPABNA | iZAZIMEEPHRIIES
ERIEXNBERRTRELE  GARKBIERNGEFEIE  LIFERIT
PHIIBESERNXRABTIFEHDER  RORERITUUAHEAN
ERBEE. IRERRRRF ARG CRRELHKE,

EMBRAXRIHITHER , RBGBENERNIRKBBUEFRAN
£, SERASKEHRNIEKAERILATIBAMEXRBBAXET , STLIGRPRR
B 5 WERH KT ( BEER). TTHEBRIER. B BEIRAY. oTaE
RBitpy. RMER ) ZEASERHIRKBRUEHPFEXET , AILIER
B EBURIERY "2 HMY 4 MERHIKT | BEASERNIREFERUENE
PRABXRT | STLAGE AR EUmRIER) M AT AR KU ERY" 2 MY 3 HERHK
KF ; BBASEBRNIRKEBRULETHREX (IRBILE ) BT ZBAE
PRERREREN A" EXAFBRN" | BEASKRNIBFERLESIRE



NPT  IZBANREEREBAERS, DisGeNET 15 XE GDA
D ST ESTIHER/ARSARIEXUERBIERE . iR
W IR ST AFNMEIEE, MTFEASKRFEXY  IRECEENER
S&BEXEIEE. DhRTNE. HBESIIMNBERSHKBEXERY
AR | RE18D DisGeNET iF% . iFDBERN 0~1 &, ¥R &
BS&EFEXMUEEA. MalaCards i 2R/ —HEBRNITES Rt | B
RESZ T BIEENIHEERIBRASKHIMEXERTIED . HHES |
BASZ&EHBEXAVCTREMEEA. SikRiR , A EREERFIREXER
ZIEEWSER , NANNIEE 2RBARSFIER,

(—) RREOUR

1. HCM : HCM ABFRFHELN 17200, B HCM BIIREISEHE0
ZhmERS. BNFESE , RONBENRABES HCM BIiZEtRg | SR
ERIZBTr HCM &MY 5%~10%.

X ERIBCTAES HCM B XRVEURE BiR{TIRK STHHEFIEERI DT
5 IABLLTF 9TERAS HCMBXRIEEIZFE MYBPC3, MYH7,_ TNNT2,
TNNI3, TPM1, ACTC1, MYL3, MYL2 #1 PLN, TNNC1, JPH2, #
CSRP3 iX 3 MNERABPEHFHILE , WA TIEUSHFT (R1) B
INF B IRFREESTIAORRNPEEHIVONRBRIBR | ZFSEN
HABEAMNZEERT HCM HEBRRNP (FR2)



2.3 3KBUOBE ( dilated cardiomyopathy , DCM ) : DCM o] ghi
EHARRIEHRBES IS . ASHBHBEL 1/250, FHIAPERIHOIRIE
EFEBXH DCM .5 HCM, BO@KEE U ZUIE( arrhythmogenic
right ventricular cardiomyopathy , ARVC ) RS FiBERFAR , DCM
SROBFBEMSEHERINOR  ILBENSE TSRS ONE
RRBRR OB HXREBNGE , BHRZSBOBEDIER S0

7.

BRIEHE>270 TRRARIRECTES DCM BX , BRPXBHEE
REBHERARRS . Al BRRIBS DCM BREXEKNEFERHR

772 LT DM RNERNHGEERIHESR (X3 ) T3 PAF
FIRNEED , BAG3. DES. FLNC. LMNA. MYH7. PLN. RBM20,

SCNSA. TNNC1. TNNT2. TTN. DSPiX 12 NERE#FHeB5HEXa
sEfaX. HDE! 11 N AEMEX |, o DSP BEWYAEEX,

ACTC1. ACTN2. JPH2. NEXN. TNNI3. TPM1 7 VCL BEER
HEHERFIAPFRX, XLEEFOGEEFRKE EBHBRIRKSLIE
WHERG . FHRDBAMIAXEEIAX . BRI BIHEER.

5 DCM BIRAXMERES 25 4~ , R MYBPC3 #1 LDB3 ERER
B DCM BEPELMXTRESE , (ERRIH DCM RBRIHENAR
%, Bt HEHBEREXR, PKP2 BE{F/ ARVC RBEREFER , 1x



DCM pIEIRIEEH B ARE. BB ESIE MYL3. PDLIM3. PKP2
F1PSEN1 , HiE DCM BEDPHIBEKSERIRIIARTES .

MF DCM *ii , BLUTHARBGESER | —H5mE , DCM FEZH
RE , BIEHEXA DCM tbEESHEHBERE. Bl DCM RNEEIEN$
(B 20%~35%MIBEGNERNIAE  REN TTN bREERERS
20%89%0) , IRTNXERER—ELABEERNLI  oTaeFENEREY
FHEE. IERES RNA SRIBEHRR | HMboEFEENENNES
e single nucleotide polymorphism SNP Y2 55 & ERIeTHE.
F¥%33 DCM BIAR . AEIGNIREE DCM KEDPHEFERERE |
KEOTHENZ B AL RRHEN, 5—H@ . OCM K2R —ErPEE
FpksL , —ERHIRRRZBERFRENGSL , ELLOERNAEN
BRT . cI6ERIGERIZHERY) DCM, EittiZiy DCM BIRZFES KiFRBER
FOORM , WLACIRRMAERSSUARRE (MINERLR ) IEHE
KYRE (ERZE ) €. ERNOIBKRESHTF DCM EERNZERN
FREIEEER (IFRNTUGHEONRE )

3EUEONHEHAL | BOBONHBHATFE—ENRIEIR
ESRERGREE . BANANRAIFREERR | oJas8XNEEE RS
NHEQVEERM MYBPC3, MYR7, TNNT2. ACTC1. TTN. TPM1
% LDB3. MIB1, PRDM16 & , (B9 RBEBRS IR , ABURNLT
BEZNIBKRIIGEFRFTHRIESE (K4 )



4 FRBMECAE ( restrictive cardiomyopathy , RCM ): RCM BJE
ZHEAE (MEEARE. DREXFRAGEER. EHRF ) sie. BE
TRAE RCM NESFR , BRiRETSIHES. FRERFERATR
BJiES RCM X . RCM the] iRt Aemss 2 | ELalaxI IR E a0z
HEREN2INMESS.

5.ARVC :ARVC B—HEBRRALE. LAEM MEXERIBTED
ZMRRES FU OAESRS , BalgRIFEHEOREEE OB —
. ARVC BEDPL) SORFERKSE. TEHAR 26 NaJaeREmER
HTHER  ERETRHEP 6 MEE(PKP2, DSP. DSG2. DSC2, JUP,
TMEM43 ) 1888818 , DES K& PLN HhEFEX. 5 10 MERKSNH
BIRMEX , 83 SCNSA. LMNA. CDH2, CTNNA3, TGFB3, TTN,

TJP1, MY H7Z MYBPC3 e MY L3 (&S )

BYIRKIZE N ARVC NEE | HITFKRMTsE R LGSRV
=M. MIFFEREI ARVC 5 Brugada £&1E ( Brugada syndrome
BrS ) BllaK LIBEEMRI . ARVC BEFRIEREXNEATRIS
BIBREBUAEREEIERBININE FRIANT , BT TESIL SCNSA
£ Brugada iR , {8 SCNSA TREH ARVC NEFHIEIEHEH AR
. TGFB3 BAXBEE Loeys-Dietz a1 5 38X , S ARVC 190]
AEtERE. [ . LMNA 0 TTN BEEJLASE DCM |, 7 ARVC BEH
REUSIHEthARTES .



RERSSEEME | BEAN RYR2 BES ARVC X, {BEi3iT4

& . FEBEEIRIER RYR2 TR ATHRIZ R L RSB SN ER

( catecholaminergic polymorphic ventricular tachycardia , CPVT),

SRS AR NEEEIRF ( minor allele frequency . MAF )iZ

RMUAMFEHRARITER Bt BRITRRIGE RYR2 518 ARVC BIEIK
HE,

(Z) BFiEER

DIEFEERIRE LBERRSHEOREE  TERERK QT &
&1 (long QT syndrome , LQTS ) BrS. %& QT SA7E ( short QT
syndrome , SQTS . CPVT &, 831 ANWEEUEREIE OB ). R
BRMERSEBREEFAM. RXERHITHOIRIESENS, VS RiER
—RAHORESIMEE., XEEFREEHRRATRSIE , BIFSER T
RFFE—EANEE,

1.LQTS : LQTS {EARE RN FiRiER , £—%XLUOERERY QT i8]
HESERH T R ENBINRBRIEER SATEZHO@RESE. k&l
K ER. SREER. IREBEAS /REE LQTS RIXGHE LQTS.
AHQEFEHLIBEM LQTS,

LQTS MERIZEEHT B BFEEIRNUR Panel 12NBAL/EF



NFERSBERENFNITR, Baciats 17 18RS LQTS 8xX,
SLITIEHHRTIEHENERDHT . 18 KCNQ1, KCNH2 #1 SCNSA iX 3
TEESREN LQTS BHMIEX (X 6) i1 CALM1, CALM2, CALM3
0 TRON iX 4 B REALBH S QT EKRYBBIHBXIEBRILE (BHS|
Y LQTS 3131888, CACNAIC BEE LQTS hhEMExX |, (BE
Timothy LE1EEEPRIFBEERIEX. KCNJ2 7 LQTS SABRIaX .8
T3F Andersen-Tawil GRETEP/IBAMIEX, KCNET F1 KCNE2 BEER
184 LQTS pHRJEXIEE | (BERER) LQTS PRKBILEIFEBR.
CAv3 BRFHBRILE. X FEMIERIR I 6 ~EE( AKAPI, ANK2,
KCNE2. KCNJ5. SCN4B & SNTA1 ) A HESSIERERRE  WREEAS
FIUNER,

B LQTS 2SRRI AR 0E EHFRIELLEANEERER |
INFSBRETRERELUEABGRERINGRB TR X EFERESEE
B-RBRGIEE, B LQT1. LQT2 1 LQT3 LSt , HRTREILIZELIE
ERBF6E , 81 CALM1-LQTS, CALM2-LQTS % (%6

2. BrS : BrS @—HMLILEE L HRISE ST REEANER HISEIE
EHORKE | SRESIPORKERCIRITRT.

BricHif 40 M BE®RBIES BrS 8% . HP RS S FEE
. SEFRAEH. PETREER. AREWNERRIEEER. ATP



L81BXEAE. AINZ T CREEANFERITMG . BANANRE
SCNSA EFH7E BrS PHPBIMEXNBAEILE . RttBENBMIEETH
BIREXARN(FR 7 )\ REFLERBZIEXMARZS |, BUWKE
HEFELATRE  SBREHBILEERR (1) ZMRENRZLDBIEER
9 5 (2) BEKRANGERE , RESHIRENBRERRNS R
el iEFEAIMNERANERATRFRITRS 1T (3 ) BIARGRE
LARBR BrS B& PRI AT REHIER.

3.SQTS : SQTS A—HEETHNE FIRER , KRR QT 1A
wa. BESBHOEEE. 2RURRIEE, 333848 XA iEEY
o7 . KCNH2 ERDARIEXMEHER , KCNQ1 HgEXER ,
SLC4A3 #0 KCNJ2 N PFIE#E ; HP KIN2 BRAEROT SR
Andersen-Tawil 21 ( Andersen-Tawil syndrome , ATS ), IlGER Az

REBAXIFRI., HthBRANBBIEEHNARRS (%8)[14]

4.CPVT : CPVT B— S HENHIB FiBIEM , LUSINES ME
REOOTENER (32 ) BRMZR D EBSI | KT RIMAUE, L,
ZREERILE, CPVT NREFENBIER REKBIEIREEE. 8
BNEEE B REAMIAXAIEBEEEIE RYR2, CASQ2( AR RRaIEIRIE )
TRON % TECRL. P TRDN 53R RBAEIRIERY CPVT s¥{E MR LQTS
BX , BlaRRDNHARBERE ( <10 5 ) (it OIRERE , B8
msal e S ORBREHT , BRI LUATIESATFIR, PFAEAXMIE



EE 1R CASQ2 ( H:h&ABHHR(IE | CALM1, CALM2, CALM3,
BEEADEIRR) ANK2. PKP2. KCNJ2 B SCNSA BEM{EIADBURSIE
BrR (X9

(=) KGOS

RGOSR TR NERBS R OIS |, Infk EaTER
MHZJBERFEGSE  TUMERFPRAY HCM, DCM 2 RCM &
FRE, KEEERHHOISRIBRFES X | —RREIERIRINHEKSRS.

BARBSBILIVPERRS. SEINERRLARGERIANGRS 4 K3 | RERBPL
FRIARERHTSHEFIEREE, —BoAPERESERLIET , 7
AEIYES. PRLALEER/ D SRIMEFRE , RUtFRAERIRBIFI2
BXEX  BJaeERENE | Fae B RGeS it TEBERNE.
BRSNS OSSR SR (R 10 ) BRIAPES

(F 1N )\ BNERIFTADAPERB(F 12 | IEIHERRMARERR( R
13) BEIAER (R 14) ISRIARRE (R15)

(O EEEXMEEMmE

PHABECHEDMEDIES A REAENIER , 2 Liddle FKE1E.

Gordon &1L, IEHRMMMA. REMEEWRBSE. KAXMES LIRKR
IHE, RNMLREARESE. SSERRRRERNE.



Liddle ZA1EIRFRIEME. KM , EBNPEEFEKFEA=E
BABEIOTT X  RIFHRHEESIBEE  REENHINE/ I\ KESE
SHAERIIENN , SR HPREUNRKIZRE. Liddle KEUNHRE
EE$E SCNN1B. SCNN1G LARIAHAIRIER) SCNN1A, Gordon R&1
AR EEESEMENR HHEERSHE KLHL3, CUL3, WNK1, WNK4,
MEEMRAEEE RBRAMGESIEN —MZM 20 von Hippel-Lindau £R&1E.
ZRIENS WIMES, BRRNSIRERNX 16,

( ) Kiktt=HABEEZME ( familial hypercholesterolemia , FH )

FH 2—REAEAREIHNAER RERInFRIHMBEESHEER
BEEEUKFEEHAE. RX/ALEBRER B RMBSRIEFEIE &R, FH
BSERTEASED (low density lipoprotein , LDL ) {LiHEXMNEBRAT
RAFEL, 3 MEIMEXEAPLUEEHIBESBEIRZA (low density
lipoprotein receptor , LDLR ) RRATRH|{NEN ( >90% ), HIsEL 8
(apolipoprotein B , APOB ) BRER 5 5%~ 10% , BIEORHEIEE
BRI 9 ( proprotein convertase subtilisin/kexin type 9 , PCSK9 ) &
BEERAWNT 1%, TIREEEFAZIRGIEED 1 (low density
lipoprotein receptor adaptor protein 1, LDLRAP1 ) BERTREHN
RREIB(E FH IRAT (R 17 L FH 9 HREFR! ( heterozygous FH ,
HeFH ) N8 F& ( homozygous FH , HoFH ), HeFH fIARFBMHER
£9791/311 ZABSBHERCOMEARBE PRNBRREIX1/17 HoFH



B—2N% . HABEBMRELN 1/300 000~1/160 000, WA, &7
HeFH ¥ HoFH B# , thH—8P9 FH BEHNSSREFE  —RMEE
SRS TR FH f9 LDL )kFEFT HefH |, [0 LDLR BEEXHNESHRSE
F8 HoFH B/ LDL KR EE T APOB £[HFN PCSKI HEHEXRBH,
— 337 HoFH 1Y FH STREHIERIER) HoFH , — IR BRERL
IISHH HoFH NEBE A 30%NBESESNEFR FH,

—IX TN LEHAF e A fthi THHWISITRY 20 FEEIAARERE
T BERIGTHOMRMRPEL 40 et FOMELREE | iR FH BE
1ENEIAERB I FIMERZMAIRERR | (ERAEBETFERNEA
"HAKIET PR, AL, BIIHAE FR (NBERTERIGHN . HIE
Pt MARN —RFERIR(T FH 138,

(73) EanbinEhahhkexsB

1. et Eahbkess BaERNBKEE( thoracic aortic aneurysm ,TAA )
RIEIEMBKRERAIRAM 3K , RS IZEREDIFITIERREED
50%. WMF TAA G F Tk EN SR NI Bk / EaNhk R E
( thoracic aortic aneurysms and dissections , TAAD ), TAAD B8
1eREME |, £9 0% TAAD BEFEREKR , 50 SLITARBH TAAD &
HERURTREANARFRERRTFE., Bt BIERGSITNSHEGEILE.

MmER Ehlers-Danlos GE1E. Loeys-Dietz &1, Turner &% |



RIDhBkaY KRR | REFRE , HIHRENMES . RFARiA
THERRET. ZHEENBBEERAPRAIER , b5 TAAD &
X FETENRIEGHRE, AT TAAD BENSDIRZH. BENS
TURSFEEFAERBENZUITIERER.

Bfett TAAD MEBBATX RS RIHELZB/EDS. 81468, K
REE. A%, MBACRENS I ETHRIFREARITREBOT , &R
SRIBIAEXFNBIEXVERBIE COL3A1, FBN1, SMAD3, TGFB2,
TGFBR1, TGFBR2, ACTA2, MYH11, MYLK, LOX %1 PRKG1 , EFEMP2
BRNPFILE, TFER—LLHETMN TAAD HXEA , RA—ENESS
IHEEREEZANLERRIE , XLEFEESE BGN, FOXE3, HCN4,
MAT2A. MFAPS_ SMAD2 #0 TGFB3 %, iXEEA LN HMBIETE TAAD
[EVEAIERP, RIVSRHERAN X 18.

2 JRIEHERHENBXRIE ( pulmonary arterial hypertension , PAH ):
PAH FSARS , Rh5BERXNEE PR PAH RigEtE PAH, B
BIE%0 BMPR2 RS HENM PAH BEERA , FETF 20%~25%801F K
% PAH 1 60%R%E(EHE PAH &, RtBAIia AR AEIE ATP13A3,
KCNK3. KDR, SMAD9, TBX4 %, GDF2 HEE@iEx (F 19)
AQP2 RIFHFRNIMEXERA , IHESEIRRZ P,

3. B8R EIRENBRRE ( spontaneous coronary artery dissection ,
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