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Identification and analysis of novel inherited dysregulation of interferon
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Intracellular STAT1 phosphorylation after IFNy stimulation of cells from
affected children and parents with a compound heterozygous mutation of paternal Xa and maternal Xb
was enhanced in immortalized B cells in the father and affected children. Expression of type | IFN
response genes in peripheral blood mononuclear cells was higher in affected children and father by
gRT-PCR. Immunohistological examination of the skin rash showed positive expression of pSTAT1 in
both the affected child and the father. Expression of X in wild-type X and Xa and Xb mutant 293T
cells, and reporter assays for ISRE and GAS after IFNy stimulation in 293T cells and X-deficient
HAP1 cells showed no difference due to mutation.

Activation of the Ifna4 promoter in 293T cells overexpressing TRIF and IRF3 also did not differ by
mutation.
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