(®)
2015 2017

Research on clinical feature and onset mechanism of deafness caused by
mitochondrial DNA mutations

Yano, Takuya
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causative mitochondrial DNA (mtDNA) mutations have been found in 50% of
patients with postlingual nonsyndromic hearing loss.
In this study, we performed DNA sequencing analysis of whole mitochondrial genome for 400 unrelated
Japanese hearing loss patients. As a result, we obtained the mutation spectrum and frequency of
mitochondrial mutations in Japanese hearing loss patients and we also clarified clinical feature of
each mitochondrial mutations. m.1555A>G mutation was preferentially observed in late onset mild to
moderate hearing loss cases, whereas, m.3243A>G mutation was observed among wide range of clinical
phenotype patients. In addition, we also established cell line from mitochondrial mutation patient
and analyzed its function.
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