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Study of molecular pathology in which STAT1 gain-of-function mutations cause
autoimmune endocrine disorders
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The gain-of-function research mutation of STAT1 has chronic mucocutaneous
Candida infection as the main symptom. But some of the cases are detected such as complicated with
combined immunodeficiency disease and autoimmune polyglandular syndrome. In this study, | identified
a novel case of the severe T385M mutation. The two cases of this T385M mutation were clinically
different in severity.
In order to evaluate the factors that cause the severe symptones, we analyzed the specific gene
expression by IFN-y stimulation. | analysed comprehensive gene expression profile by the T cells
isolated from the patient™s peripheral blood with stimulated by IFN-y . It was showed the
overexpression of 1SG (Interferon-stimulated genes). For the next study, It was also shown that the
STAT1-GOF mutation is resistant to specific dephosphorylating enzymes. Both of the finding were some
of the factors that induced the sevirty symptones of T385M mutation.
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Unsupervised consensus clustering using top 2000 genes of MAD score
Method: Euclidean
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