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Investigation of molecular mechanism and therapeutic target of Chronic
Mucocutaneous Candidiasis
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We systematically investigated patients with gain-of-function (GOF) mutation
in STAT1 that explain more than half of the patients with chronic mucocutaneous candidiasis (CMCD).
We conducted questionnaire based international survey of patients with STAT1-GOF mutations and
revealed that the patients show broad infectious and non-infectious manifestations. We next
investigated patients with severe clinical manifestation who were treated with haematopoietic stem
cell transplantation (HSCT). This study revealed that HSCT can be a curable treatment, but it has a
significant risk of death. We also established reference database which can predict functional
significance of uncharacterized amino acid substitution in STAT1. Simultaneously, we generated
disease model mouse by generating R274Q STAT1-GOF mutation knock in mouse.

As for the CMCD patients without STAT1 mutation, we identified patients with IL17RA deficiency and
characterized clinical manifestation of this disorder.
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