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A Novel Mutation, ¢.3256G>C in Collagentype III Alpha 1 Associated with Ehlers—-Danlos Syndrome IV

DENG Yao
(Department of Cardiovascular Surgery, Xiangya Hospital of Ceniral South University, Changsha, Hunan 410008, China)

(Abstract] Objective To identify the causal mutation in a family with Ehlers—Danlos syndrome IV (EDS IV). Methods
The peripheral blood of the patients and their family was collected to extract deoxyribonucleic acid (DNA). The variant was
identified by Sanger sequencing of collagentype III alpha 1 (COL3Al) gene and detected in 200 normal persons. Then it was
searched in database of single nucleotide polymorphisms (dbSNP), 1 000 Genomes Project (TGP) database, YanHuang
(YH) database and exome sequencing project (ESP) database while the SNP was excluded. The varibant was predicted by
three online softwares: SIFT, Mutation Tasterand PolyPhen-2. At last, it was searched in Human Gene Mutation Database
(HGMD), Pubmed, Wan Fang, CNKI and Google scholar to confirm that weather it had been reported before. Results We
found that ¢.3256G>C (p.G1086R )was not detected in normal persons. It was not found in all the databases mentioned above
as well as Google scholar. All the three online softwares predicted this variant to be deleterious to the protein function.
Conclusion The 3256G>C(p.G1086R) gene variation from COL3A1 is a new disease—causing mutation.
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