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Preliminary research on gene mutation in 10 children patients with esophageal atresia
ZHONG Longqing s HUANG Jinshi , TAO Qiang \WAN Hao , DUAN Rong .KE Jiangwei®
(Department o f Clinical Laboratory ,Jiangxi Provincial Children’s Hospital , Nanchang,Jiangxi 330006 ,China)

Abstract: Objective To explore the genetic variation in children patients with esophageal atresia(EA) to provide a prophase
basis for further studying EA pathogenesis. Methods Ten children cases of EA were collected from the neonatal surgery depart-
ment of our hospital. The high-throughput whole-exon sequencing was used to study the genetic variations,and their clinical signifi-
cance was analyzed by the bioinformatics methods. Results In the high quality sequencing data,the effective clean reads accounted
for 85.36% ,in which 97% of the clean reads could participate in the comparison with the reference genes. The comparison analysis
obtained 520 541 single nucleotide polymorphism sites,in which single nucleotide variation(SNV) occurred at 149 622 sites,inclu-
ding synonymous mutation, non-synonymous mutation, stop codon gain,stop codon loss, frameshift insertion, non-frameshift inser-
tion, unknown mutation; meanwhile, 598 copy number variation genes were detected. The functional cluster analysis revealed that
the mutant genes were closely related to cell biology. Conclusion The SNV occurrence may influence the expression and function of
body various proteins and may play an important role in EA pathogenesis.
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Clean reads ¥ 35 %] 3 252 F UL E,F¥HE N 5 134 . 4
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1 38 616 920 32 527 263 84.23
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3 37 244 070 31 714 309 85.15
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7 73 625 449 71 663 105 58 032 578 13 630 527
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i) FOX 3% A #% (1 FOXF1, MTHFSD, FOXC2 #1 FOXL1 41
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HIEEAR o 5545 58 4 5L D20 D 5 B AR A8 L, HCE A B R I 4 55
T g ) RCHTE A e R A O A O B AT TR N U L RO R
5 95 B BUAH G ) A AR A AR e R OE LA, WES 28
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