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[Abstract] Objective To understand the role of FOG2 gene in patients with conotruncal heart defect and
f{ind exon mutations and copy number variants of FOG2 gene. Method From January 2004 to January
2006, blood samples were collected from 199 CTD patients who were admitted to Nanjing Children’s Hos-
pital, Jiangsu Province, including 145 TOF, 37 DORV and 17 TGA. Sequencing was used to detect exon
mutations and MLPA was used to detect copy number variants of FOG2 gene in CTD patients. Results 4
missense mutations were identified in 6 patients with conotruncal heart defect. p. V3391 and p. A426T
were identified in 2 patients with DORV, p. M703L was identified in 3 patients with TOF and p. T843 was
identified in 1 patients with TOF. MLPA signals were all found within the normal range values for all ex-
ons in all patients. Conclusions FOG2 gene mutations are also common in CTD patients and major contri-
bution of FOG2 gene CNVs was excluded in TOF pathogenesis. But more studies with larger samples are
still needed to enhance our understanding of the role of FOG2 gene.
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