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Abstract

Congenital heart disease (CHD) is a common congenital malformation, which is the most common
birth defect and one of the major causes of death in children. Genetic and environmental factors
are the main causes of congenital heart disease. Genetic factors mainly include single gene defect,
polygene defect, chromosome abnormality, genome copy number variation. In addition to familial
aggregation, there are also differences in genetic factors among different regions and ethnic
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groups. Based on the existing results, this paper reviews genes related to CHD so as to provide a
new molecular biological idea for the diagnosis and treatment of CHD.
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1. 5|15

CHD R AR 0o I B2 K LA K B S P S0P S S A 1) 45 ) S 5 B LR A I 1 380 G AT 1 3 3 AR
RE OGP ) — Flol I o BRE [ 2K CHD W R 2408 9%, FRIE 218 8% [1]. CHD K& 2%, BTk
2R GBI E I RF R A K. o, BHUERZAE CHD K E T REAT ZAMER . BT
C.%1 CHD IEUR R NKX2.5. TBX5. GATA4. SCN5A. MEF2C. HAND1. HAND2. FLT4 4.

2. NKX2.5 5 CHD

NKX2.5 ZE P& O R B g2 i IR xR 2 —, J& T Hombox &R 5%, 17T 593511,
cDNA 4 1632bp. NKX2.5 FE K2 5.0 K B2, £O0K i REpE mEEH. FFRRI,
MR NKX2.5 SR 2 s OIE R B, F2 A — RIOIERTEZ[2].

H AT R I NKX2.5 JE R 287456 50 /> NKX2.5 JE[K 530 CHD 5 H4ufis i) 4 MR AL MIEE XK. 18
/N NKX2.5 J:K DNA 45 &3 N5 A28 CHD A i FEAH ORI p.R142C KA f5 Mg 2/ UG T
E10.5 HILOAT AR BIRLE. RIGIEE LA FUERERMRIA T, RZAE /N B E T W3 55 (] b & atrial
septal defect, ASD). = [A]fg B4 (ventricular septal defect, VSD)ZHZ[3]. ik, NKX2.5 K32 ¥ L 17E7E
THNEFEMEFH 88+ ek HHIFETF & Bz E 7R, XA L s AT
X B, XETHEARRRE, SEHE NKX2.5 R E S RIEENS S5 O0EE R0 ELI~R. &
., NKX2.5 EE{EN iR RS T 2 FO K B A RE K )R IE, W BMP. ANF. MLC2V,
MEF2C. dHAND %5. NKX2.5 1§ 4 Ll & R 7] LA GDFL Ja 8745 & GDFL [k, i@ id ml GDF1
N RIE K S5 CHD MR A[4].

3.TBX5 5 CHD

TBX5 3 A JEF T-box Fmi i, BT 12024.1, cDNA 4K 2133bp. TBX5 /LR BYIE 5
OB B B I 04k, RIS 546 5 RGN KR E UL AER DIV BB T e . AE B 19 N8 R R
AR, TBXS JEKRAFA 103 Ff, X E 547 At Lo I 4 FH 52 5 8500 F 42 &1 (Holt-Oram syndrome,
HOS) B At Lo Ik B[ . TBXS HEH S HCO RN N E A, FESLUF AN A THA K.

TBX5 S gL XA 44 ANRAE, RARMARZL, WEECRAR ., TBLRAE, BRMEHS . AFEEH
FRAR 2= R L 5 8 DNA JPHI 4 A3007, SIREAFIEE R . #9480 T HE N s 45 F0 p.G8OR 1 52
RERONERGTE, B RARIVE N SR8 T HE C ungs i in p.R237Q Al p.R237W 25| i HI R 1) |
JE T, ORI R[5]. Hk, SIEEFAIREE R A . 5T RIER TBXS 5 H H3) ¥
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[X-1578/943 [X I, 5 FiriZ% ik R % 5 i VE PR AR 40% [6]. b4k, TBXS PR F8 A8 /] fL i H 5 — L 57 S Wi A 1
YEFH, AT ARG SO IR 20 AL . 90 & B TBX5 Al NKX2.5. MREF2C 2 [AIfE(E 8% 38 HAEH,
25 CHD WIRAE[T] [8]. mJa, TBXS5 FEIA /b il O I Wi T FE A o, 38 ek Xof AL e PR] ) 2 S i 42
I8/ TBXS 3 R R ] LA o JU S5k e 1 XU [6]

4. GATA4 5 CHD

GATA4 J:F O IEHT A LH M i R RIA ISR B 72—, J&8 T GATA BB TR, EhiT
8p23.1-p22, cDNA 4K 3372 bp. GATA4 ¥ 53 [A 1 ¥ KBS B DNA 45 &8 p, H DNA 45615
S 2 MR FREE R i i e S BRI AL R . 7RO R Bk fE . RO L0 B R A e 2 B0
GATA4 EiE, AL IER K FRIRIE, ROMIER K E BN, KIEESSEHEINEEIT LT . GATA4
R RAF SE CHD KA R EBIINSIEE AR,

H—, GATA4 B[R TR T FECEEE =M sad TR, g Ol ERRE, SEEMIE
CHD k4. GATA4 FE[A i BEORSF A FH 44 & R4 p.R31IW AT FF(E GATA4 BUE NS JE R ¥ e
[9]. 28—, 7 GATA4 FERMIE 751540 S B4 00 15 R FAEAN A I S 15 GATAYG B, (3
RO ER B AR BN EE M . AL TS X 1 GATAAS £ p.S335X J828f# mRNA [#l AT 1k,
FE55 DNA 45 G % UIRHOCH) GATAAL JE K C AR sk, e s Co L0 M I8 1 K o A SG IR R () R T8 2
5 CHD M&kE[10]. H=, GATA4 FE[H ] 5 H Ao T4 53 R 5 3 P A EAE F NI 2 500 RER B 1
. WHFCUEY] GATAS B NKX2.5 BRI Tl 551, & LIRS 5000k & 1],

AN, AT BTN GATAS R S0E TEFT DNA SEM A — 2, nBie b g s st An
DNA SEFIJFH=i[12]; GATA4 B[R R RIE EAME T 159 K F1 30%~50% 74 Fe 4470 I 1 IE K & Al
JRRGAFTE, 4 HRIEED T0% VAR 7] R I A 56 41 b5 = (Rl B i [11] o

5. SCN5A 5 CHD

SCN5A JE K J& T H Ik [l s L K Kk, @A T 3p21, cDNA £K2) 80 kb, H 4 MR HVESE
Fi5(DI-DIV)4 B, H A< T SCNSA %X 5 CHD #HCHHiRiE /> . Doroteia %5[13]7E VSD &% SCN5A
FH PR IE WHEAE €.3622G>T. Tan Z[14])7F TOF 3% SCNSA EK K BITE X 5AE p.Y1495X., #i4
SCNBA i [K] [K] - i PR i A2 AR B R IA 52 B T HUH AT e 2% CHD (R AR K e — & 5

6. MEF2C 5 CHD

MEF2C £ [XJ& T L4 s 8 7 5 ke, 2 H MADS &A1 MEF2 5 Mt 41 il . MEF2C S8 /2 O i
RE IO, HIENRABSACE G sm e, dhfsgm oK g . ik, MEF2C JEH 5
oAt 2 S DR P AR HAE RIS OBER &« MEF2C 2[R p.R15C A5 p.L38P FAFAMY At i % [ MEF2C
B B (G GV, I Re 35 K MEF2C REF S5 R F GATAG Z a1 Rl /e [15] [16].
Barnes Z5[17]3@ 1 K% /N B AT 28 03P gwiY MEF2C %R & B MEF2C ThRge sk, S8 —R5 M
BHEGREG, I D40 E . KRBk .

B ik CHD MGIEFERALSL, ibAH —L/b W ERAR, i7ed sk CHD &3 FOXPL HEHH
KB A] RE Sk CHD A% 4 NRAE ¢.211C>A. ¢.733A>G. ¢.852C>T. €.1762G>A [18]. fEILISIY
IHE (tetralogy of fallot, TOF) & ALK 2% & 19848 p.R118C A # [k HANDL [ sifi i, &k
K7 H 5 GATAS 2 [8] R8I R P [R130E [19] . 78 TOF i PBXL FE KUK B XL AF 5+ ¢.551G>C fifi
HAFENME T [20]. 1A, BF5E KB HAND2. TFAP2B. PTPN11. CNOT1. ZFP36L2. TEK. USP34.
UPF2. KDM5A. KMT2C. TIE1l. TEAD2. FLT4 2R 5455 CHD £ 5%,
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H % T [FB0% CHD AR R RARIGE L%, (EANA R CHD 2 R R b, RTAR

HE PR RAZ T E CHD A AR RN RIWE FE S D, o TRPBR K BEA 55 R A% A 3R, A3 IR 28p Ik A CHD
H A B IR A [E], SCEE DA ARIE 7 22 Sl — DR AR IL, WA ARE2 16 CHD #2712
S I

SE K
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