2026 #£7% #58 - A R4 E S

KR EEEEANFEERIEOER=RNEEFIZE R
Rz R

KT OHFER wWIOE RER
PR AL RERE (A~ ER. KRTILEER )

AR #PH 457000
W OE. BW: »WBILERB SIS (CHD) 695mfP Mk, BB F T FRHEREIRE R, ik #1796 5
¥ AR B A CHD S 4% F I F R 6 B A6 Fda, 4 S MRS BoS S 9 AW, 4T85 . # A 54 A CNV-seqie
Wy xF 34k A CHDA s S 7 L SR A 39 B P 692445 B5 )L4T Trio-WES, FFRai54edRk4E B, GER. &Rt A £ 0
Tt (31.28% ) . F&wWBE (11.17%) . HRFFHHFE1508%, B FA A 75 201540.74%; CNV-seqfe
#oth PR A12.90%. Trio-WESH: i Bmid £ 5+ 14 (CHD7 ) . THEEUAE S+ 14 (PTPNIL) , AR $£83%, 4
B AFCHFFREGBF AL ERTFRIEE S, CNV-seqTIHRA L B AP, STCNV-seq A 1) % 47 CHDA

SHNFEFE, WESHH TANSELLARA .

KR : MBILARMCIER; Falid i FERBESI; KRESRRANF; 252 Fan 5

5lF

SR ERS ( congenital heart disease, CHD ) J&#t
ALEE WO S RIE, RAERY1%, J&H ARG E
P, TG A5 e o R S 8 Ko W R B 7= E R A DG FR
FE| CHDAG 5 241 8.9%, Wil 25 i UL U o LU b FH i1 @
A30%AAT =R Wi B CHD S LTE B A LI H B0 A 1.
BN I 2EEE AL, A ISR I AL DB R iR LA
PN HIBR IG5 2 RGN, PRI 2 Wiy H 2
Hzsm g™, 24h8 5 (whole exome sequencing,
WES ) TE/7Rii2 W iy I PHE, HAEZ R S CNV-
seq 114 () CHD i L Hh i L DR DRI RS: HR ANM(E(EAS D6 T o
AWFFEE G A . AT . CNV-seq SR 7 191 1)
Trio-WESHI , 73 #r CHD -5 G (o {Ac g 25 17 BB P25 S5 )
KHE, RIGRIZTT B A WS P 2%

1 AR R RNEIRHE

20224F 1 H 22024412, LEIEFATT A4l PR & BN A
1796128 rh BB 7R i i2CHDIF 832 28 2200, J3 il
R RARIG IR O AN R . B BIRRA IR LA R
WU, ZAMEE23 ~ 44, BintElR, Z2JH = 20/,
PIFT AL 53T L CNV-seqr il . X} o245 BLafi Y & I 0
AR HAZ A K CNV-seq 4 B 11 Trio-WES ., JIr A5 Jk 4l
R R BT 2 AC LU

2 ik

2.1 WEFER GG R IR

PIANP18 ~ 28+6JH . B 12 CHD I8 3 I 7] 2
FEZ MR . HEBRAURA — a5 . IR S0 )5
PRI | B S0 240 2 i S B R A Y (A S i A R s

46

o BN LIS R R

#8772 H Voluson ESIZWIMY (4-8SMHz#53k ) , HA
4 FLGE R = R i2 W B O 22 VT W A0 L TELRR L KL
ORI, JEFESAZWT . B ST R HERE K10 ~ 20
mL, FZISCN 20 134RAE A%,

CNV-seq g lUFEASI 4 . DNAFERC, SCEEM A, il
P B B e BT, A ACMGHE B s 45 9 43 0 B 1
ATREEHE . VOUS., R¥MLTRER Y, 3% DGV,
OMIM. NCBI. Decipher & ClinGen¥#i& & #E17 A Bt 5
B ZHR R

WESK H U Fid& K Verita Trekker®725 53461 5 Enliven®
BRERRG, RS EACMG/AMP 2015455

2.2 LWikRHES A e A

5 JLCHDIR 22 Wi L™ Ji M R4, IR T Re&
FRIERE . FARETRIIES . AR R HEISCN 202085
325, CNV-seq4h B ACMGIE R 434% , VOUSA AR
PERG, BT

2.3 GriteEab s

ARHFFERHISPSS 23. 04K AT Ge it 240 Hr . T
BELL (b s ) Fon, HHECRBLBIE (B4 L)
FoR . HRRER BRI eR R, LIP <0.058 22 5% H %5
e S

3 #7

3.1 WG G0N

AW I A1 TOFIHE 75 6112 CHD I 3% %2 2 2 A I
B, YIATRE BT L CNV-seq®rill . 9 28 55 4F 43
VUL, 254142 A7 i K vmn i Ll ) 22 S 9 e b2 3 L



B Re%t & F - 2026 $£7% FHH

(P<0.05) . W#l1.
F1NAZA—REABER

25 541 ik ZAFEE (2) @itn(%)]
FLliPECHDZ 76 25.32+4.13 42 (55.26)
HaitECHD G
[y 39 28.63+2.48 23 (58.97)
23 ECHDA 27 31.69+5.62 14 (51.85)
2 ZPECHD S
b bh R4 37 33.53+5.31 24 (64.86)

ait 179 / 103 (57.54)

T B UM = 358 A ZOAERS IS I
BRI G F L (AR F=28.43, P<0.001; @ik
fil: y2=3.67, P=0.035) .

3.2 JiEJL CHD OMFE A2 W4

3.2.1 EEGFIAR

179%ICHD i )L, Ba&litE CHDZL 764 == 8] R ik
36 (47.37% ) . WishkB7E 176 (22.37%) . F5ll
PR 116 (14.47% ) . Eshbkpks86] (10.53% ) . H
flafs] (5.26% ) o HLivES I OISR 43901 = g
2005 (51.28% ) . EBhkBAESH] (20.51%) . b
[l b6l (15.38% ) . Mish ks34 (7.69% ) .
HAb2B] (5.13% ) o EAVECHDZH27H . 753 PUBKAET
B (25.93% ) . A Eslk= 56 (18.52% ) . bk
BARLZEAMAY] (14.81% ) . FLEBASRLEEE4B]
(14.81%) . KhPkFEpi2f] (7.41%) . —RWF
W24 (7.41% ) . HAB3H (11.11% ) . BIHEEIT
DANFR 37 PRI VUEBCRE 1361 (35.14% ) . fifiE
kS 36 (8.11% ) . EshkMABI3H] (8.11% ) . filish
PKPAE33H] (8.11% ) . —RM T HHIE26] (5.41%) .
SRMETAR2E (5.41% ) . PNHESEALLE S HE 20
(5.419% ) . KRk pi2p (5.41%) . EOKRE
ARG (5.41% ) . HOREANRLGEIE1H]
(2.70% ) . WESIKZ 1] (2.70% ) . [T 141
(2.70% ) . HAh2f (5.41%) .

HTONIFR R . ZERIFEES6H] (31.28% ) . 3%
PeRE2061 (11.17% ) . Mighlikpez206] (11.17% ) . Fs
[ PR B 1761 (9.50% ) . EBIPkBAE 1661 (8.94% ) |
Fi S 86 (4.47% )

3.2.2 Jii )L CHD A& HoAth i p i A 45

179 Bilfii )L CHD HA7 81451 (45.25% ) ff LA I IHiAh

S

SR (W WL = 200 S S
), BAERGAGWT: SR IM ARG 50 A 1941,
ML R G166, WIRARG14G], FARFH 106, Bk
BRESH, HMRS: 1761,

3.3 CHDJR LY AL R SE R 5B

1796147 e R RS A  BR L, A e ik 5
H276 (15.08% ) , Hrhghiy a4, H 55234
(47,XN,+13 244, 47,XN,+18 5. 47,XN,+21 74, Pk
Ye AR H SEE O 45X 41, 45,X/46, XX A3
46,XY/47, XXY a2 ) o

Fie O BE WY 43 41 . PR CHD ALK H 5% 4 2 f
(7.41%) , FERIFGEEE] . Sishlipess 1], otk
CHDA I LA 4k 81 (29.63% ) , k== [H] B bt
3. EshlkpeAE2] . BrE bS] Bl ks 1)
BAECHDAIK H 6 (22.22% ) , SR it PUBRAE 2] |
SRMTBEIL G, /A LDEBARREGARIES16] . A
N EBKD 16]; 5 Ze P CHD A I 0 A0 S 3 4 1 1 149]
(40.74% ) , MIEIKVULAE3M] . A ESk= 161, 30
kPG stk A LB = R R L], =R
MEBAR . WIESAZEETR20] . Kahbid 141,

3.4 CHDJIJLCNV-seqt /34t

1791 2 7K AR AR ] 25 58 BeAZ H 43 A7 5 CN V-seq il
ERIEI100%., 1484 I L5 5 1E 4, CNV-seq&i /M6
IR 3B . L L, R R R R 12.90% . 1
HIVOUS (14q21.1E4, 1.3 Mb) FIEEHFALLITIR, ©
A REIGUE K 5 BT . DI R Z I, CNV-seqhb: H
ST, FERME A EBORHECNY, R
TERIN e/ INBR A /252 T AT (3

3.5 HAitECHD A IR LANT# I LS I P45

X} K CNV-seq¥s] FAPE FL RS $2 /R 4P CHD A T
DAMNEREBIIGIL, S5 R EETTR R WES, 39f $al
PECHD G I 0A b, 81l ke et i 58 /CNV IH
PERFATWES, 3BT IIM:, Hrh76 R Einds, 24
B5E W ESKSI

WESH: H #oitEAs 5 141 (4.2% ), A BEEUR L F1
Bl (4.2%) , VUSAEF20 (8.3% ) , Huw Kl RESUR &
FERGEHK8.3% . A H BHERECR AR 52001, HARZE SR L
2,

F2 BHAMCHDAFHLIINFERILEIIMEFNEF (WES) K HIESR

OERTE GOSN P B A5 (c.) EHWAE(p)  ACMGITZ E3
VSD 1 T /AT PTPNI11 NM_002834.5  c.836A>G p.N279S o R
TOF v 44 5 CHD7 NM 0177804  ¢.5566C>T p.R1856* ] REEUR Bk

47



2026 #7% %58 - A R4 FE S

3.6 AR S Y RS R TR I OC R

179612 =, 76 BilAFEIE < 35%, Hrpofi] (11.84%,
9/76 ) Y iRSFH . 1030145 = 358, Hf224)
(2136 %) Jeaihssy . mikdl ( =35% ) RERSH
Kt %oh21.36%, FEEIRAH11.84%, Skl , Wiz
EFHFEIFEL (£2=3.89, P=0.048) .

4 itig

i JLCHD & % WA RIEIE . A58 179616 LYY
RS HERNF17.32%, UBBSHAE (21=/k, 18=
%) . CHDEZRIEM R . IR0/ HE, K i
Wi, ZIRCHDA IO AN 4Hi542.46%, HRiZ20 LI
AT LA . B I OINTER AR RS AH IL.

KR A R A R, MELURS BN % . CNV=seq
AT A R, H LA R A R 22q 1 1.2k | 1p36dak
M Williams-BeurenZg S51E . ASHF5E CNV-seq/&ii M&: Hi 441
FORPECNVY, G R 5 12.90% , A% A4 CNV-
seqfEN—E 7%, M BAME A 17 Trio-WESHER: #i L
HAESE . & 2% CHDZH 4k S 4T YR A7 0% A T PR 4l CHD
4, W ™ B R R T

ARG R BT, AR R, M SR a
RS H AR IR IR E . (GR 4t CHD G I
DA HAZ AL K CNV-seqBHE#1TWES (24/3141 )

48

RXF 5 Z ECHD S IR S7 A B4l CHDATWES, A REfIRAh
PASEIAG R, E4PECHD A @ £ S X 1 I iR, s
M PEAL . VOUSHE IR R EGIE M A EM, TR WM. 5
SRR 2 R RTHETERF ST o

ZiE

Zr b, BAABraT R B E SO eSS R R, ]
FAWIHE . 2P HERAK. CNV-seqr] SRAMNHA L o XFFAZ R R
CNV-seq BT Ay B4l CHD A IF 04 58 i L, WESH]
PE— G AL AR ST = A TR LS A R B e DR RG
B, R SRR,

S % ik

(115 kT, 2= A28 A 440, % 6 L 28 R G JIE 7 3 15 2
7 B BB 5 Sk R [J]. B B 40 7P A 22 75,2022,49(1): 77-81.

212 %, B8 %%, %5 KR 22 FH AN 754245
B F MR A2 R LS8 R VR JIE R =95 B R By N ELLD).
B9 PR AL e 5 2024,59(07):521-527.

(31w s, 5k He, A 223, 5 (KR E AL FANFE K
Lo R B+ TR A iy BRI [J].F B F E
7 £ .2023,39(05):568-571.

[41% ##, R LR AZR,FHILERER RN R
EHMBERERTW LB ERINI.FLEFEFF
%.,2018,21(11): 737-744.



