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[ Abstract]
and to explore the genetic characteristics of MFS patients. Methods A female patient with suspected MFS and her family members

Objective To conduct the screening analysis of a mutation of the FBN1 gene in a Marfan syndrome ( MFS) family

treated in our hospital were selected as study subjects. Peripheral venous blood samples were collected from the patients and her family
members to extract genomic DNA. Whole exome sequencing ( WES) was conducted. Sanger sequencing was applied to validate the va-
riant loci of the suspected causative genes. Structure and function prediction of protein were performed by bioinformatics software. Re-
sults Sanger sequencing revealed a c. 7719dupT (p. Asn2574 # ) heterozygous mutation in the FBNI gene at exon 63 were identified
in the patient and her son. The mutation was found to be a new mutation after searching the database. It was predicted that the variation
had potential pathogenicity through bioinformatics analysis. Multiple sequence alignment revealed that the mutation took place in a rela-

tively conserved region among different species. This mutation site could lead to alterations in the secondary structure of the FBN1 pro-

tein and its amino acid hydrophobicity. Conclusions The mutation c. 7719dupT (p. Asn2574 * ) in the FBNI gene may be the patho-

genic cause for the MFS patient. The findings further broaden the spectrum of genetic mutations associated with MFS.
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