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Study of genotype-phenotype correlation and drug development by functional
characterization for pendrin variant
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We developed an experimental approach to efficiently quantify the pathogenic
effects of disease-associated genetic variants with a focus on SLC26A4, which is essential for
normal inner ear function. Alterations of this gene are associated with both syndromic and
nonsyndromic hereditary hearing loss with various degrees of severity. We established HEK293T-based
stable cell lines that express pendrin missense variants in a doxycycline-dependent manner, and
systematically determined their anion transport activities with high accuracy in a 96-well plate
format using a high throughput plate reader.
Based on the method, we also developed an experimental approach to quantify the function of
wild-type and variant of NLCC1(SLC12A2 gene).
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