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Identification of causative genes and development of a new analytical method for
familial neurological diseases
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We performed exome sequencing for families with two genetic diseases; one is
caused by a known gene-mutation and the other is caused by unknown gene. We used Hiseq2500 for high
throughput sequencing, mapped sequence data to human reference genome seguence by BWA software, and
called SNVs (Single nucleotide variation) by GATK software. The average depth of exome sequence data was
x108-121. We searched for unknown causative genes for genetic diseases by using information of genomic
position at the known gene-mutations. We extracted 2-3 candidate mutations for unknown genetic diseases.
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