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Analysis of neurological genetic diseases using nanopore long read sequencer
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In this study, we developed an analysis system to detect tandem repeats and
genomic structural abnormalities that may cause genetic diseases using a nanopore long-read
sequencer. We analyzed actual patients® genomes with relatively low analysis cost and labor to find
pathological alterations. Using this method, we were able to elucidate the causes of multiple
diseases that were unresolved by conventional methods. Genomic functions are not yet understood in
many parts of the genome; most of which are repetitive regions. We believe that our attempt to
unveil the disease genome will lead to overcoming diseases and will be a step toward gaining new
insites about the unknown functions of the human genome.
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