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Understanding the Pathophysiology of STAT1 Gain-of-Function Mutations with a
Focus on Thl7 Differentiation Impairment and Autoimmune Disorders
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Elucidation of the Molecular Basis of Decreased Th1l7 Cell Count in

Patients with STAT1 Gain-of-Function Mutations (STAT1-GOF) When IFN-a , IFN-y , and IL-27 were
added to the differentiation culture of Thl7 cells, differentiation and proliferation of Thl7 cells
were excessively inhibited in patients, and their differentiation and proliferation were restored by

inhibiting these cytokines. This study identified the cytokines crucial for inhibiting the
differentiation and proliferation of Thl7 cells.

Elucidation of the Molecular Basis of Autoimmune Diseases Focusing on Type | Interferonopathy
Using single-cell RNA-seq, it was found that in STAT1-GOF patients, a wide range of lymphocyte
subsets exhibited an increase in gene expression induced by IFN-a and IFN-y .
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CMC: Chronic Mucocutaneous Candidiasis
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