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Identification of causative genetic locus of a large family with hearing loss

Sekine, Akihiro
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To identify the causative genetic loci in a large family (affected:12,
unaffected:24) with hereditary hearing loss, we performed a parametric linkage analysis using variations
detected by whole genome sequencing (HiSeq) and genome wide association study (affected vs unaffected
individuals) by human Omni2.5M+exon array. Highest LOD score (2.01~2.71) by parametric linkage mapping
was observed a 79kb _region in chri3p. Also, 79Mb (p_value~1x10-6, odds ratio~14.4) in chrl3p included the
preceding 79kb was indicated the sole candidate region by genome wide association study. Therefore,
sequencing of target 79kb region by PacBioRSIl, and succeeded in narrowing the 4 loci included a
causative locus exhibiting mutually high linkage disequilibrium.
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