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Genomic structural variation analysis of diabetic kidney disease using whole
genome sequencing data accompanied with functional analysis

Sugawara, Yuka
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Whole genome sequencing data of 79 cases of diabetic kidney disease were
analyzed with clinical information to detect single nucleotide polymorphisms, short In/Del, and
structural variations associated with disease onset and/or clinical phenotype. The frequency of
single nucleotide polymorphisms and short In/Del classified as pathogenic/likely pathogenic by the
ACMG criteria was compared with that of previously reported cases, and the frequency was found to be

higher than past reports. For structural variations, 12 variations related to the phenotype of
diﬁbetic kidney disease were identified. These frequency studies are being requested for a large
cohort.
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