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Method for efficiently detect structural variations with long read sequencing
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We have developed software (LRsv) to efficiently and accurately detect
genomic structural variation (SV) using long reads. We found that about half of the human SVs
detected using long reads were insertions and deletions detected in the tandem repeat (TR) region,
and many of these were copy number mutations involving an increase or decrease in the copy number of
the TR repeat unit. LRsv differs from conventional long-read SV detection tools in that it
distinguishes between copy number mutations detected in the TR region and SVs detected in other
regions. Furthermore, LRsv also performs repeat and retroelement homology analysis of detected
insertions and duplications, thus revealing SV characteristics not found in conventional tools.
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SV detection tools

B Long read alignment tools
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