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Frequency of 22ql11 deletions in children with isolated conotruncal defects
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Abstract: Objective The frequency of the 22¢q11.2 deletion syndrome is increasing worldwide. The cardiovascular
anomalies are one of the most frequent clinical manifestations in this syndrome. This study was designed to determine the
frequency of 22ql1. 2 deletions in a prospectively ascertained sample from children with isolated conotruncal defects in
China. Methods

presence of 22q11.2 deletions using fluoresence in situ hybridization. The 24 patients consisted of two cases of persistent

Twenty-four children with isolated conotruncal defects were prospectively enrolled and screened for the

truncus arteriosus ( PTA) , five cases of pulmonary atresia/ventricular septal defect (PA/VSD) , thirteen cases of tetralogy
of Fallot (TOF), and four cases of double outlet right ventricle ( DORV ). Results Only 1 of the 24 patients had
22 q11.2 deletions. The frequency of 22qll. 2 deletions (4. 2% ) was lower than that reported by other authors.

Vol. 11 No. 1
Jan. 2009

Conclusions  Although 22¢11. 2 deletion is common in syndromic conotruncal anomalies, it is rare in isolated conotruncal
anomalies. [ Chin J Contemp Pediatr, 2009, 11 (1) ;25 —28]
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15 %), Hir PTA 2 f5i], PA/VSD 5 i, TOF 13 5],
DORV 4 {4, firf i35 O NERG I B 2.0 % 5 2 3%
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£)F37C,5% CO, HEF5ihiEF: 68 ~72 h, i3
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®1 HEOEKRZRR G-EHF FISH 2 #T45R

HdRe PR SRR (4 2 G A 22q11.2 sk

1 F 0.75 PTA(A IV), IAA(B), VSD, PDA, LSCA 46, XX x
2 F 0.75 PTA(AI), VSD, ASD, PH 46 ,XX g
3 M 0.83 TOF, SAPCA 46 ,XY 7
4 M 3.00 TOF, right aortic arch 46 ,XY G
5 M 0.67 TOF, ASD, LSVC, MAPCA 46, XY 7
6 F 1.67 TOF, PFO, SAPCA 46 ,XX 7
7 M 15.0 TOF, SAPCA 46, XY 7
8 M 0.68 TOF, right aortic arch 46 ,XY T
9 F 6.00 TOF, ASD,SAPCA 46 ,XX 7
10 F 1.75 TOF, ASD(II) 46 ,XX 7
11 F 0.75 TOF, ASD, right aortic arch, SAPCA 46 ,XX o
12 F 12.0 TOF, PFO, right aortic arch, SAPCA 46 ,XX T
13 M 0.50 TOF, ASD, SAPCA 46, XY 7
14 M 1.33 TOF, PFO 46 ,XY 7
15 M 6.00 TOF 46, XY 7
16 M 0.83 PA/VSD, ASD, MAPCA 46, XY T
17 F 0.50 PA/VSD, PDA, left pulmonary artery stenosis, PFO 46 ,XX 7
18 F 1.09 PA/VSD, PDA 46 ,XX 7
19 M 8.00 PA/VSD, ASD, hyperplasic left and right pulmonary arteries, MAPCA 46, XY 7
20 F 1.67 PA/VSD, PFO, PDA, mesocardia, ventricular inverted transposition 46 ,XX 7
21 F 2.00 DORV, VSD, PH, aberrant right subclavian artery 46 ,XX,21pstk + H
22 M 0.50 DORV, VSD, PS, PDA 46 ,XY 7
23 M 5.00 DORV, VSD, PS 46, XY 7
24 M 5.00 DORV, VSD(remote) , CAVC,SV,PS, right aortic arch, TAPVC 46 ,XY T

HRE:F 20,M 5, PTA JRAESlkT, VSD % [b] G4, TAA F 3K, PDA Sk & R, ASD B lRIFR G, PH figl ik I, PA Jifi sl Bk
418, PFO BP[RIFLAMA] , TOF 353 PUIKAE , DORV A7 50 H 1, TR = 2R S , MR W9 S i, CAVC 58 4k 5 %5 18, TAPVC 5% 2 Ml ik
SALE, LSVC ZE_Fff ik, CS AR K EE , SAPCA /Ml 5, MAPCA Sl M4 , left pulmonary artery stenosis 2 fifi 5l k% %5 , hyperplastic
left and right pulmonary arteries 7245 izl ik & B A B , mesocardia HH{i.(> , ventricular inverted transposition /[»>% JZ i , aberrant right subclavian artery

HAEFBE T IR, right aortic arch 17 E3) k=5
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LAY MLPA ( multiplex ligation dependent probe ampli-
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