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Elucidation of molecular bases of brain diseases based on personal genome
information
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Applying comprehensive genome sequencing with next generation sequencers, we
conducted molecular genetics studies to elucidate molecular bases of hereditary neurodegenerative
diseases as well as sporadic neurodegenerative diseases. We discovered the causative gene (TFG) for
Hereditary motor and sensory neuropathy with proximal dominant involvement (HMSN-P). We also discovered
the causative gene (ERBB4) for familial amyotrophic lateral sclerosis (ALS19). Regarding sporadic
neurodegenerative diseases, we discovered that C0Q2 is the causative gene for familial multiple system
ag;ophy (MSA), and furthermore, multiple rare variants of COQ2 increase the risk for developing sporadic
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