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[Abstract] Objective: To study the association of the polymorphism C1744T in the hypoxia-
inducible factor 1-alpha (HIF1la) gene with congenital heart disease (CHD).  Methods: A total of 110
children with CHD (case group) and 200 children without CHD (control group) were recruited. The
clinical data and blood samples from all the study participants were collected. The genomic DNA was
extracted with DNA purification kit. The twelfth coding exon of the HIFla gene was amplified by
polymerase chain reaction. The amplicons were sequenced with DNA sequencing kit under a DNA
Analyzer. The frequencydistributions of the polymorphism C1744T in HIFla were statistically analyzed
between the case and control groups. Results: Between the case and control groups, there was
significant difference in the frequency distributions of the alleles C and T at coding nucleotide 1 744 of
HIFla, as well as the genotypes of CC, CT and TT, with lower frequencies of allele T and genotypes
CT and TT observed in the case group (for the comparison of allelic frequency by Fisher’s exact test,
P=0.0179; for the comparison of genotypic frequency by Fisher’ s exact test, P = 0. 0139).
Conclusion: The polymorphism of C1744T in HIFlg is associated with the susceptibility to CHD, with
allele T contributing to a decreased prevalence of CHD.
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