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Sequence diversity of copy number variation in human genomes
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Copy number variants (CNVs) in the human genome are mutations that give
large sequence diversity, and are estimated to be present in 5-10% of the entire genome. In
addition, it is well known to be associated with individual differences in expression level of
important genes including drug metabolizing enzymes and the risk of various diseases. The
development of next-generation sequencing technology and microarrays has made it possible to
guantify individual differences in CNV, but so far i1t has been difficult to analyze including
sequence differences. In this study, we aimed to understand the diversity of CNV including sequence
differences, improved the sequence assembly method using long-read sequencer, applied it In human
leukocyte antigen (HLA) region, and reduced the read quantification bias of short-read sequence
data. We also proposed a fusion method of CNV imputation and genotyping with SNP arrays for genetic

association studies.
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