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Insertion mutation in the serine-glycine rich junction
of CITED2 as potential molecular cause for congenital
heart disease

PENG Ting, LI Xiao-tian&,#61508,, WANG Li

Department of Obstetrics, Obstetrics and Gynecology Hospital, Fudan University,
Shanghai200011, China

Abstract

Objective To detect coding regions mutation of CITED2 gene in patients with congenital
heart disease(CHD). Methods The blood cell genomic DNA of 101 patients with CHD and
104 normal neonatal was isolated. Whole coding regions were amplified by PCR. The
PCR products were detected by DHPLC and samples with different melting profile
shapes were sequenced, compared to GeneBank sequence databases. Results A novel
insertion mutation was first identified in patients with patent ductus arteriosus (PDA)
compared with 104 healthy controls. Mutation was located between 483C and 484G
(c.483_484ins27), which resulted a 9-mer peptides repeat insertion in the serine-
glycine rich junction (SGJ) of CITED2 amino acid sequence. Other patients and healthy
individuals were normal. Conclusion There was mutation in CITED2 gene of Chinese
CHD. The 9-mer peptides insertional mutation newly found may be one of the causes
for PDA.
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