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Generalized pustular psoriasis(GPP) is characterized by widespread sterile
pustules and erythematous skin, in addition to acute onset high-grade fever. GPP is a rare intractable
disease affecting less than 2,000 individuals in Japan. GPP is classified as a variant of psoriasis
vulvaris which is the most common form of psoriasis? In 2011, a homozygous loss-of-function mutation in
IL36RN was Ffirst identified in GPP patients. So we investigated multiple genes including IL36RN, using
exsome sequencing and SNPs on 31 unrelated individuals and 2 multiplex families with GPP. The results
showed that genetic mutations on CARD 14 as well as IL36RN were found. Moreover, CARD14 variant was more
frequently observed in the GPP patients suffereing from preceding psoriasis vulgaris, whereas IL36RN
variants were often found in the GPP patients without psoriasis vulgaris. Thus, we concluded that these
mutaions of IL36RN and CARD14 might play a causal role in the development of GPP.
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