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Analysis of genetic variation in repetitive and non-reference genomic regions
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Recent progress of DNA sequencing technology enables us to sequence whole
genome. However, read length of the current DNA sequencers are short, and therefore repetitive
regions and non-reference genomic regions can not be analyzed. To examine the polymorphism of
repetitive regions and non-reference genomic regions, we collected unmapped reads from human whole
genome seguence data, and designed capture probes to obtain DNA from these regions. We sequenced the

collected DNA with a long read sequencing technology. We identified genetic variation in the
repetitive and non-reference genomic regions.
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