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Maturity-onset diabetes of the young (MODY) is a diabetes characterized by an auto
somal-dominant mode of inheritance and an onset before the age of 25 years. Although thirteen MODY genes h
ave been reported, a major susceptibility gene in Japanese MODY families has not been identified. In this
study, we determined susceptibility genes in 8 Japanese MODY families (p.T228M, p.G246R, p.C371Y and p.G44
6D in glucokinase, p.E274K in HNF-1A, p.R276H and p.S4611 in HNF-1B, p.P1198L in ABCC8) with Sanger sequen
cing. Furthermore, we carried out whole-exome sequencing which is the targeted sequencing of the human gen
ome region that is protein coding to identify a new susceptibility gene for MODY. We obtained 50 X median
coverage of the entire targeted exome and found several rare non-synonymous variants co-segregated with di
abetes in a MODY family.
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