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[Abstract]  Objective: To investigate a new NR2F2 mutation involved in the pathogenesis of
congenital heart defect (CHD). Methods: One hundred and four unrelated patients of Han nationality
with CHD and 208 non-CHD control subjects were recruited. The coding regions, splicing sites and
partial untranslated regions of the NR2F2 gene were analyzed by polymerase chain reaction-sequencing in
all participants. To identify a novel NR2F2 mutation, comparison analysis between the obtained
sequences and NR2F2 sequences from the Nucleotide database was done. The computer software of
ClustalW2 was used to analyze whether the mutated amino acid was evolutionarily conserved. The
disease-causing potential of the detected NR2F2 mutation was predicted by PROVEAN, MutationTaster
and PolyPhen-2. Results: A new heterozygous NR2F2 mutation c. 1189C > T, equivalent to
p. Arg397Trp, was discovered in a patient with sporadic patent ductus arteriosus and ventricular septal
defect. The missense mutation was absent from the 208 control individuals. The altered amino acid was
completely conserved evolutionarily, and the missense mutation was predicted to be pathogenic.
Conclusions:c. 1189C>T is a new NR2F2 mutation with potential clinical implications for the early
prophylaxis and treatment of CHD.
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