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Charcot-Marie-Tooth

Molecular genetic research with a view to treating Charcot-Marie-Tooth disease

Takashima, Hiroshi
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We investigated the expansion of GGC repeats in the RFC1 gene, which is the
cause of CANVAS, and the expansion of pentanucleotide repeats in the NOTCH2NLC gene, which is the
cause of neuronal intranuclear inclusion disease (NIID), in patients with hereditary peripheral
neuropathy. We found repeat expansions in NOTCH2NLC in 23 cases and RFC1 in 18 cases out of 2,780
patients with hereditary neuropathy, and also found that many cases of both diseases showed only
peripheral neuropathy. We summarized these results in four papers, including JNNP and Front Neurol.

Furthermore, we discovered and reported four genes that cause new mitochondrial-related hereditary
neuropathy in patients with neuropathy (J Neurol 2022).
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