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Development of a comprehensive analysis pipeline for next-generation sequencers
using the R
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This study efficiently performed a comprehensive genetic diagnosis of
inherited peripheral neuropathy and spinocerebellar degeneration (target resequencing and whole

exome analysis using next-generation sequencers) using our analysis pipeline. Epidemiological,
clinical, and genetic characteristics of the 2695 CMT patients analyzed to date have been summarized

and reported in scientific papers. In a scientific paper, we also identified many previously
reported genes and reported the clinical and genetic characteristics of the PTRH2, SLC12A6, NEFH,

and POLR3B genes.
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