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[ Abstract] Objective To screen the pathogenic gene and analyze the mutation sites in a family of patients with atrial fibrillation by
full exon sequencing,and to explore the biological mechanism of the gene. Methods Genomic DNA was extracted from the peripheral venous
blood of the family members, and the candidate gene mutations were detected by full exon sequencing. After the suspicious pathogenic sites
were found, Sanger sequencing method was used to verify the results in the family members and 101 healthy people. Polyphen2,
MutationtTaster and Provean software were used to detect the function of the mutant gene,and Swiss-Model software was used to analyze the
three-dimensional structure model of the protein before and after the mutation of the pathogenic gene. Results Except for the proband,4
cases carried the NEXN ¢.919C>A (p.P307T) heterozygous mutation and 2 cases carried the JPH2 ¢.1088G>A ( p. R363H ) heterozygous
mutation. The proband and his father carried both the above two mutant gene,while 101 healthy people did not carry the above two mutations.
The amino acid sequences of the two mutations were highly conserved, and the three computer prediction software predicted that the two
mutations were pathogenic. Conclusion Many members of the family carry the NEXN ¢.919C>A ( p.P307T) heterozygous mutation and JPH2
¢.1088G>A (p.R363H) heterozygous mutation,which are closely related to the occurrence of atrial fibrillation in the family members, and may
be the pathogenic gene mutation site of atrial fibrillation in the family.
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