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For the past ten years, next generation sequencing has advanced rapidly and is
great potential means in the treatment and prevention of disease. Therefore, in this study, we developed
sequencing technologies for personal ?enome analysis includin? brain diseases (Alzheimer disease,
Parkinson disease, amyotrophic lateral sclerosis, spinocerebellar degeneration, and schizophrenia) and
Japanese genetic variants were detected with the Illumina short reads. The novel mutation in ERBB4 ?ene
was identified from a Japanese family affected by late-onset, autosomal-dominant amyotrophic latera
sclerosis using a whole-genome sequencing and parametric linkage analysis. Furthermore, to detect
structural variants with high accuracy, such as copy number variation and large insertion/deletion, we
have developed sample preparation and information analysis for the PacBio long reads.
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