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Identification of novel causative genes of monogenic diabetes
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Tﬁpe 1 and type 2 diabetes are thought to be polygenic disorders involving
multiple genes. However,there are often cases of diabetes with characteristics such as early
diagnosis, non-obesity, and familial accumulation, which suggest that diabetes is due to a mutation
in a single gene, but only a few cases have been explained by known genes.
In this study, we performed a comprehensive analysis using whole-genome sequencing of genomic DNA
for cases of diabetes diagnosed at a young age in which mutations could not be found in the 11 known
genes that cause diabetes. As a result, we found a novel frameshift mutation in the RFX6 gene,
which is involved in the development of the pancreas,in one case. We believe that we have been able
to explore the genetic background of young-onset diabetes in more detail.
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