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Elucidation of novel disease formation mechanism in glycolipid metabolism
disorder with congenital hypogonadotropic hypogonadism.
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FGF-FGFR1 genetic network (FFN)' s gene mutations account for 30% of the

etiology of hypogonadotropic hypogonadism (HH). Recently, it was reported that HH with FGF ligand of

FFN' s gene mutations was accompanied by glycolipid metabolism. Additionally, we identified a
mutation of gene A in HH patients with diabetes mellitus. Thus, we performed a gene mutation
analysis for the purpose of clarifying new disease establishment mechanism of HH and glycolipid
metabolism in 50 HH and identified mutations in both gene A and KLB in HH with severe obesity and/or
diabetes mellitus. The results suggest that both gene A and KLB play an essential role in
glycolipid metabolism with reproduction.
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