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Analysis of pathomechanisms for ectodermal dysplasia with a multilateral
approach
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We performed this study mainly to reveal the molecular basis of ectodermal
dysplasia at in vitro levels. First, we identified a novel mutation in a family with hypohidrotic
ectodermal dysplasia (HED). Then, we conducted detailed analyses for EDAR and EDARADD genes of which

mutations were causative for HED. We proved that dominantly-inherited mutant proteins of EDAR and
EDARADD genes showed a dominant-negative effect against wild-type proteins. In addition, we revealed
that recessively-inherited mutations in these genes lost their functions. Furthermore, we
demonstrated that mutations in WNT10A gene, a causative gene for another form of ectodermal
dysplasia, behaved in a loss-of-function manner.
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