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Development of a genetic diagnostic method for phonological disorders and
evaluation of language development in children with hearing loss.

Sugaya, Akiko
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Hearing threshold wearing cochlear implant (Cl), genetic testin? results,
and the number of words and intelligibility of speech at the age of 5 years old for children with CI
who had poor language development after Cl surgery and were suspected to have phonological
disorders were examined. There were 10 cases (4.81%) out of 208 cases, and 2 of the 8 families had
sibling cases. Genetic testing was performed in all cases, and GJB2 mutations were detected in 6
cases (60%). The hearing threshold with Cl was 35.26 + 4.45 dB. The median number of words in the
expressed vocabulary was 1773, whereas in the phonological disorder children was 614.57 + 495.48,
and the speech intelligibility was 63.03 + 11.55%, indicating that the articulation was poor.
Furthermore, a trio analysis of two families of CI children with phonological defects was conducted,
and in one family, a candidate causative gene involved in signal transduction was detected.
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