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Mutations of Cx26 gene in patients with NSHL and intracellular
distribution of two mutants
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Abstract: To analyze the frequencies and characteristics of Cx26 gene mutations in Chinese patients with nonsydromic
hearing loss (NSHL) and investigate the intracellular localization of two mutants, 139 unrelated familial cases with
non-syndromic hearing loss were screened for mutation in Cx26 gene by direct sequencing. Two mutants, p.F115C and
p-V37I1, were structured into pEGFP vectors and transfected into Hela cells to detect their expression and fluorescent local-
ization in cells. Cx26 variations were detected in 31 patients, with a detection rate of 22.3%. The 10 variations included 6
types of mutations and 4 types of polymorphisms. A novel variation p.F115C was found. The fluorescent localization assay
of the two mutants p.F115C and p.V37I showed no difference from the wild-type, indicating that both mutants did not im-
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pair the formation of the gap junctions.
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