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Identify the mutation gene of a family with Marfan syndrome in north china

ZHANG Hua, XU Fei, SUI Rui-fang, et al
(Chinese Academy of Medical Sciences &. Peking Union Medical College, Beijing 100730, China)

Abstract: Objective To identify the mutation gene of a family with Marfan syndrome in north china. Methods
Clinical observation and pedigree analysis were undertaken in a family with Marfan syndrome. Venous blood was
drawn from 3 affected and 3 unaffected subjects. Genomic DNA was extracted. Mutation of FBN1 gene which has
been found to cause Marfan syndrome was screened by PCR of the exons and exons— intron boundaries. The muta-
tion was identified using direct sequencing. Results A missense mutation g640a in exon6 of FBN1 gene was identi-
fied in affected patients of this chinese family. The correspond animo acid change was gly241ser. Restrictive endonu-
clease site Eag | was eliminated. This mutation was not found in unaffected family members of this family. Conclu-
sion A recurrent mutation g640a of FBN1 gene with glycine to serine change is responsible for the Marfan syn-
drome patients in a chinese family.
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