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Evaluation of Auditory Findings in Subjects with Autosomal Dominant
Non-Syndromic Hearing Loss Caused by a TECTA Mutation

Hiroshi Nakanishi and Hiroyuki Mineta

(Hamamatsu University School of Medicine)

Autosomal dominant non-syndromic hearing loss (ADNSHL) is genetically and clinically heterogeneous.
To date, 48 causative genes have been identified. Of these genes, TECTA, WFSI1 or KCNQ4 mutations are
the most frequently identified in subjects with ADNSHL in Japan. We performed mutation analysis of
TECTA, WFSI and KCN@4 in a Japanese family with ADNSHL, and identified a heterozygous missense
mutation in TECTA. The missense mutation was located in the zonadhesin domain in the alpha-tectorin
protein encoded by the gene. The affected family members, including 6-year-old girl, 59-year-old grand-
mother and 33-year-old father, showed hilateral moderate to severe sensorineural hearing loss. Their audi-
ogram patterns were of the symmetric and descending type. The average annual threshold deterioration of
the girl was 0.5 dB/year and that of her father was 0.5 dB/year, indicating that their hearing loss was stable.
Their auditory findings were consistent with the established genotype-phenotype correlation of missense
mutations in TECTA: missense mutations in the zonadhesin domain cause high-frequency hearing loss;

when amino acid residues other than cysteine are affected, the hearing loss is stable.
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