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Elucidation of the mechanism underlying familial hidradenitis suppurativa and
development of novel therapeutic strategies
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NCSTN

Hidradenitis suppurativa is a chronic inflammatory skin disease characterized by
repeated bacterial infections on the scalp, axillae, buttocks and groins. Recently, loss-of-function
mutations in the genes encoding gamma-secretase have been identified as a cause of the disease. However,
most of the patients do not carry any pathogenic mutations in the genes. In this study, we identified a
novel nonsense mutation in the NCSTN gene in a family with hidradenitis suppurativa. Moreover, we showed

that smoking could predispose to the disease.
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