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Prevalence and clinical features of hearing loss patients with CDH23
mutations.
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CDH?23 is likely to be an important cause for hearing loss patients but the prevalence of CDH23
mutation in Japanese hearing loss patient is not clear. To assess the importance of CDH23
mutations in non-syndromic hearing loss, two-step screening was applied and clinical
characteristics of the patients with CDH23 mutations were examined in this study and found 26
possible pathogenic mutations.
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p.N2287K  ¢.6861T>G 50 DXNDN 0.072
p.E2438K ¢.7312G>A 52 - 0.036
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p.D160N c.478G>A 4 DXD 0.072
p.V803I c.2407G>A 23 - 0.107
p.S1415] C.4244G>T 35 - 0.036
p.A1443G * €.4328C>G 35 - 0.143
p.R1588W ** c.4762C>T 38 - 0.931
p.V1711l ¢c.5131G>A 40 - 0.072
p.V1807M ¢.5419G>A 42 - N/A
p.S1876N ¢.5627G>A 43 - 0.215
p.V1908I ¢.5722G>A 44 - 0.43
p.A2130V €.6389C>T 48 - 0.036
p.R2171C c.6511C>T 48 DXNDNR 0.036
p.Q2227P €.6680A>C 48 - 0.036
p.L2473P c.7418T>C 53 - 0.036
p.12669V ¢.8005A>G 56 - 0.036
p.F2801V c.8401T>G 59 - 0.036
p.G2912S €.8734G>A 61 - 0.036
p.R3175C €.9523C>T 68 - 0.036

* not confirmed by segregation study
**one normal hearing subject with homozygotes

N/A:TagMan probe did not designed in Applied Biosystems web site.
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