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Abstract

Objective: Hereditary hearing loss (HHL) is a very common disorder. When inherited in an autosomal recessive
manner, it typically presents as an isolated finding. Interestingly and unexpectedly, in spite of extreme heterogeneity,
mutations in one gene, GJB2, are the most common cause of congenital severe-to-profound deafness in many different
populations. In this study, we assessed the contributions made by GJB2 mutations and deletion in a portion of GJB6 to
the autosomal recessive non-syndromic deafness genetic load in Iran.

Materials & Methods: In this descriptive and cross — sectional studyl605 probands from 1605 different nuclear
families with autosomal recessive non-syndromic hearing loss were investigated. Hearing loss tests and clinical
examination were done and 10 ml blood was drawn as DNA source. After study of 35delG mutation by ARMs PCR,
negative or heterozygote individuals were sent to IOWA University for detection of other GJB2 mutations.

Results: GJB2-related deafness was found in 243 families (15.1%).

Conclusion: Varient geographic pattern for GJ/B2-related deafness has considerable results in Iran in comparable with
other study in Europe and our neighboring countries and deletion in GJB6. [A (GJB6-D13S1830)] hasn't been detected
in our studied population.

Keywords: GJB2 mutations / 35delG / Iran / Hereditary hearing loss / Autosomal inheritance
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