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Elucidation of the pathological mechanism of hereditary neuropathy based on
novel causative genes discovered in Japan

Yujiro, Higuchi
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We have continued genetic testing of 500 new CMT patients and reported the
clinical and genetic characteristics of a cumulative total of 2598 CMT patients in our laboratory.
We identified seven families with novel mutations in COA7, a novel causative gene we identified, and

evaluated their phenotypes in detail. We revealed a wide variety of neurological signs, including
neuropathy, cerebellar ataxia, extrapyramidal signs and spasticity. Regarding the new candidate gene

"Gene X", we identified a total of five families and proceeded with phenotypic analysis,
segregation analysis and functional analysis. The Drosophila knock down model of Gene X has been
established and analyzed, and the pathogenetic mechanism has been elucidated. In addition, a
knock-in mouse model has been established and phenotypic analysis is ongoing.
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