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Development of high throughput sequencing analysis based system for personalized
medicine of deafness
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Hearing loss is one of the most common congenital or early onset sensory
disorders, appearing in one out of 700 to 1000 newborns, with 50% to 70% of cases attributable to
genetic causes. Inherited hearing loss demonstrates great heterogeneity and approximately one
hundred genes are estimated to be involved. In this study, we performed massively parallel DNA
sequencing (MPS) analysis for the gene mutations of the previously reported deafness causing genes
among a larger series of 500 unrelated Japanese hereditary hearing loss patients. As a result, we
obtained the mutation spectrum and frequency of Japanese hearing loss patients and we also clarified

clinical feature of each gene mutation case. In addition, we also identified the relatively rare
causative gene mutations and its detailed clinical characteristics (lwasa et al., 2016, Kitano et
al., 2017, Kobayashi et al., 2018).
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