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Identification of the molecular cause of MODY in Japanese by deep sequencing of the
regions of the MODY-specific deletion type of Copy Number Variant

Horikawa, Yukio
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We identified the MODY-specific deletion type of CNV in the region without
segmental duplication. We next extracted haploinsufficiency genes In the region as MODY candidates and we
obtained all candidate variants by sequencing all exons. As a result, it is unlikely that there is a
major MODY gene in Japanese, and it is likely that there is a large number of family-specific MODY genes
(known as locus heterogeneity). We finally found only one nuclear transcription factor as a convincing
new MODY candidate gene by single big family analysis. On the other hand, by small family analysis, we
identified two different new MODY candidate genes and push forward the examination of a correlation of
the coding protein of the candidate MODY genes with the impaired insulin secretion in the disease.
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