©
2017 2019

monogenic diabetes

Complihensive analysis for causative genes in unknown monogenic diabetes
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MODY is a subtype of diabetes mellitus characterized by early age of onset,

autosomal dominant mode of inheritance and lack of obesity. MODY is caused by a single gene disorder
and a good model for personalized medicine, because of the better autocomes on patients® QOL and
overall medical costs. The number of MODY in JAPAN is estimated at least 12,000.
To promote such personalized medicine for MODY in JAPAN, we aimed to clarify the causative gene of
Japanese MODY. 61 MODY were comprehensively analyzed with a next-generation sequencer (NGS).
Mutations were identified in 16 (26.2%) and possibly pathogenic variants were detected in 8 (13.1%),
for a total of 24 (39.3%). Including the SLC308A, INSR, and WFS1 genes, polymorphisms with amino
acid substitutions were detected in 26 (42.6%), thus, in total we identified any substitutions in 50
among 61 MODY (81.9%), indicating that NGS is a powerful tool for analyzing MODY causative genes as
well as novel susceptible genes.
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