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Identification and functional analysis of novel type 1 diabetogenic genes in the
Japanese population by next-generation sequencing

Noso, Shinsuke
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Japanese type 1 diabetes has a lower prevalence and higher familial
clustering than in the West. In Japan, rare and strong genetic variants may contribute to the
development of type 1 diabetes rather than common variants that have a small effect on the
development of the disease. This study aims to identify rare mutations that are common in the
families with type 1 diabetes by next-generation sequencing, and to clarify the basis of genetic
predisposition specific to Japan. We identified a rare HLA haplotype DRB1*08:02-DQB1*03:02 in the
general population with a robust odds ratio in familial type 1 diabetes mellitus, which confirms our

hypothesis. We also found novel variants of previously known disease susceptibility genes in
several families, which is an achievement.
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