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Collection and analysis in pedigrees of congenital heart disease
Wang Xike ,Wang Yuchuan ,Zhang Yang,Tian Ying,Wei Haitao ,Wu Yue
(Department of Pediatrics ,Guizhou Provincial People’s Hospital)
[ Abstract]Objective . To provide advantages for exploration of genetic factors of congenital heart disease(CHD) through collection and
analysis of pedigrees. Methods ; All the probands of CHD were diagnosed in Guizhou Provincial People’s Hospital during January
2009 to June 2014. The family in which more than two members having CHD was adopted,and was analyzed when more detailed in-
vestigation of family history and risk factors were obtained. Results ; Forty—two families of CHD were adopted in which 91 cases were
suffered from CHD. There were 10 monozygotic twins and 2 dizygotic twins in 12 twin families,two pairs of monozygotic twins were
found to have different phenotypes,one birth was diagnosed as Tetralogy of Fallot(TOF) and the other was ventricular septal defect
(VSD). Siblings(not including twins) suffering from CHD contain 10 families in which 7 families were diagnosed of complex CHD.
The coincidental cardiac phenotype among the first—degree relatives was identified in 15 twins families (15/42,35.71%) and among
the second—degree relatives, the number was 2(2/42,4.76%). ASD ,VSD and TOF is the most in pedigrees of congenital heart disease.
Survey found that prevalence of threatened abortion history in pedigrees was higher than that in sporadic CHD,In early pregnancy,
20 cases were threatened abortion history in 42 families of CHD and 15 cases were as same as in 110 cases of sporadic CHD (}*=
11.81,P<0.01) ,and the abortion was mainly occurred in complex CHD. Conclusion ; The collection and analysis of CHD pedigrees
show family aggregation. The monozygotic twin cardiac phenotype can be inconsistent. The cardiac phenotype of first—degree and sec—
ond—degree relatives is not fully consistent with their probands. The cardiac phenotype of first—degreeand second—degree relatives is

not fully consistent with their probands. There is an increased
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Tab.1 Phenotype of congenital heart disease probands and their first— and second—-degree relatives in 42 familial pedigrees
&R SeIEH OER R 53] R, & N i SIEH KR

1 ASD m ASD B

2 VSD/ASD B ASD {558

3 VSD m VSD EES

4 VSD/ASD B ASD B

5 VSD/ASD B VSD ¢

6 HRHS/PA/PDA/ASD 3 ASD 5SS

7 PDA @ #PDA , ##ASD #EESE i DR IE
8 PA/VSD/PDA/ BB 1 47 5 P4 L #VSD ##CHD #BESE A
9 VSD/ASD/PH 5 #ASD #HAS #BloE i R TF
10 TOF 5 #ASD ##TOF ###CHD #BEE O # 5555
11 TOF L ASD ¥

12 PS/PDA i TOF E

13 TOF L) ASD S

14 CAVC E’e #CAVC (FET-) (## ASD # UHIH 4 A0E
15 VSD/PFO/PH 5 #PDA ##ASD # A% #HERUR
16 DORV L: # 1E% ##L-TGA # WUIR IR IR 4 AL0%
17 VSD L VSD WU Z BB

18 ASD/PS & ASD/PS WU 2 A 4R
19 ASD B ASD WU Z FFHF
20 ASD i ASD WU Z Itk

21 ASD i ASD WU Z 4H4H

22 IAA 'S TAA WU 22 Ikl

23 VSD i VSD RUIGZ 4HIH

24 TOF E’e VSD WU Z ekt

25 TOF @ VSD WU Z 4HAH

26 PDA/PFO i PDA/PFO/PH XUIGZ 400

27 ASD/PH f: 21-3 {RZEA1E E’q ASD WG Z 55

28 VSD L VSD LR

29 DORV/ 38 3ty 1 £y i TOF THAH

30 DORV/VSD & SV(EsET:) LR

31 VSD /ASD L PA/VSD LR

32 TOF L PDA/PH JHIH

33 ASD L #ASD .## PDA # WA # 2E A0
34 VSD /ASD & PA/VSD IRUk

35 VSD L TAPVC/SA/SV/PA/PDA/ JL[R] 5328 i Ik

36 DORV 5 ASD w45

37 ASD i ASD 545

38 VSD 5 ASD UL

39 VSD/PH E’S CHD HAf

40 VSD/ASD L PDA Ko

41 VSD & TOF Tt

42 PA/VSD % TOF FIH

7 ASD, I B 55 (atrial septal defect) ; VSD ;28 [A] @S (ventricular septal defect) ; PDA : Zliik 545 A ] (patent ductus ateriosus ) ; TOF : 32 % P4
IAE (tetralogy of fallot) ; DORV : 452 XU 11 (double outlets of the right ventricle) ; L-TGA ; £ 1IE 7K 5l jk %% 137 (L-transposition of great arteries) ;1—
AA; FESIIK S F K (interrupted aortic arch) ; SV ; HLL%E (single ventricle) ; CAVC ; 5¢ 4% 3 %5 i 1 (complete atrioventricular canal) ; AS: 7 3l ki
7 (aortic stenosis) ; PS: il 2l Ik Bk %45 (pulmonary stenosis) ; PA ; Jili 81 ik P41 8 (pulmonary atresia) ; HRHS: #5702 & B A K 2¢ G 1E (hypoplastic
right heart syndrome ) ; TAPVC ; 5¢ 2L MliF# Ik 513 5 [ (total anomalous pulmonary venous connection) ; PH: lilisfi ik &1 F& (pulmonary hypertension) ;
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Tab.2 Risk factor analysis in patients with sporadic and familial congenital heart disease

H# s W] EES AN ) )
" N " X e PiA
N (n) FRLH (% ) NE(n) FRGEE (% )

28 () WA AT 57
¥ 109 87.2 58 93.5 1.749 0.186
H 16 12.8 4 6.5

TAE RIS
o 115 92.0 59 952 0.245 0.621
sl 10 8.0 3 438

K it O, S0, 25 44
¥ 121 96.8 60 96.8 0.000 1.000
H 4 32 2 3.2

A2 (CBE) WA
¥ 100 80.0 55 88.7 2216 0.137
B 25 20.0 7 113

A2 (B ) s
" 105 84.0 57 91.9 2253 0.133
H 20 16.0 5 8.1

-3 HERE
g 87 69.6 42 67.7 0.067 0.796
H 38 30.4 20 323

2 S IR
P 110 88.0 42 67.7 11.180 0.000
sl 15 12.0 20 323
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Tab.3 Occurrence of threatened abortion in the familial

pedigrees
REMS  ONERE Se kTR
4 VSD/ASD 1
6 HRHS/PA/PDA/ASD 1
8 PA/VSD/PDA/E SR / 47 55 A4 1
11 TOF 1
14 CAVC,CAVC 2
16 DORV 1
19 ASDCRUI) 1
22 TAACRUIR) 1
24 TOF, VSD(AUIR) 1
27 ASD/PH 1 21-3 {R(3Ui) 1
29 DORV/ 538Xty / ALty , TOF 2
30 DORV/VSD, SV 2
31 VSD /ASD, PA/VSD 2
32 TOF, PDA/PH 2
38 VSD 1
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