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Mutational analysis of palmoplantar keratoderma caused by keratin 6c mutation
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The palmoplantar keratodermas (PPKs) are a large group of genodermatoses
characterized by hyperkeratosis on the palms and soles. Recently, mutations of KRT6C , coding keratin 6c,
have been identified in families with focal PPK. We previously reported a first Japanese PPKs pedigree
harboring a novel KRT6C mutation. The aim of this study was to analyze the differences of clinical
manifestations between PPKs with KRT6C mutations and other PPKs, to elucidate the pathogenicity of PPKs,
and to establish a novel therapy of PPKs. In this study, we revealed that KRT6C mutations generally can
cause focal PPK, exceptionally diffuse PPK, without nail lesions or ectodermal abnormality. However,
KRT6C mutations were detected only 5 PPKs cases so far. Further accumulation of PPKs cases is necessary
to clarify how keratin 6c mutation induce focal PPK. In addition, we have to continue to make an effort
to establish PPKs model mice which have a KRT6C mutation to develop novel therapy for PPKs.
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