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WFZERL S DOEZE (3230) : Tt turned out that hearing loss caused by GJB2 accounted for 18.6%
of prelingual, 28% of congenital and 26.1% of autosomal recessive non-syndromic
hereditary hearing loss, according to our study. In the genotype, 235delC accounted for
52.6% of mutant alleles, and G45E, Y136X, V37I, and R143W were also confirmed in
Japanese. In the point of phenotype-genotype corelationship, 235delC homozygosis cause
profound hearing loss, and the combination of non-truncating mutations show moderate
hearing loss. On the other hand, any patients affected from the combination with
heterozygous GJB2 and GJB6 mutation. Therefore, this mutation was thought to be little
in the Japanese.
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