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To elucidate the comprehensive pathogenesis of autoinflammatory
keratinization diseases (AiKD) and to obtain basic data directly related to the development of new
treatments for AiKDs. Clinical studies provided expanding the spectrum of AiKD phenotypes and making

recommendations for the clinical management of generalized pustular psoriasis with incorporating
the latest findings. From the experiments using model mice and model cells, we discovered a novel
AiKD caused by gain-of-function mutation in the JAK1 gene, and established a novel AiKD model mouse

with a gain-of-function variant in the Nlrpl gene.
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