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Effective case of genetic testing in a bilat-

eral deafness patient

Norihito Takeichi’, Masaaki Kashiwamura’,
Yuji Nakamaru”, Takashi Tsubuku”, Satoshi
Fukuda”, Mika Suzuki?, Shinichi Usami®

UDepartment of Otorhinolaryngology and Head-
Neck surgery, Hokkaido University Graduate
School of Medicine

¥Department of Otorhinolaryngology, Shinshu

University School of Medicine

We report the case of a patient with bilateral
deafness in whom genetic testing was found to be
very useful for making treatment decisions.
Otologic testing clearly revealed that the patient suf-
fered from severe bilateral sensorineural hearing
loss. However, the past and family history of hear-

ing loss were unclear, making it difficult to make
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appropriate treatment decisions. Genetic testing re-
vealed a gene mutation in GJB2, suggesting heredi-
tary hearing loss. This diagnosis finally convinced
the patient to undergo cochlear implantation. After
the cochlear implant surgery, the hearing ability of
the patient recovered well and the patient was satis-
fied with its efficacy in improving daily life. Al
though there still remain methodological and ethical
problems, genetic testing may prove to be one of
the important methods for the differential diagnosis

of hearing loss.
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