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Elucidation of structural variations in Japanese genome by massively parallel sequen
cing of haploid genome

Tahira, Tomoko
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Structural variants (SVs) account for significant portion of genomic variability,
but still remain difficult to map. Delineating SVs from sequence reads of diploid cells are difficult, bec
ause most of the SVs are heterozy?ous, and defining the haplotypes of overlapped SV regions directly from
the read data are inherently unsolvable. Genomes of complete hydatidiform moles (CHMs) derived from single

sperms are genome-widely homozygous and can provide definitive haplotype information of SVs. Our initial
plan was to assemble whole human genome de novo by sequencing several CHMs. However, it turned out that pa
ralogous sequences cannot be preciselg maEped even by current technology of massively parallel sequencing.
Thus we changed our focus to define breakpoints of SVs detected by microarray analysis of 84 CHM samples.
We studied SVs in pharmacogenes and identified new deletion between GSTAl and GSTA2 that produced a hybri
d gene by non-allelic homologous recombination.
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