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Analysis of molecular mechanism of granuloma formation by autoinflammation
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The mechanism of granuloma formation remains unclear, and no specific

treatment has been established. We have studied Blau syndrome, a single gene disease, as a model for
granuloma formation. Blau syndrome is a disease in which a gain-of-function mutation in the NOD2
gene causes granuloma formation in the skin, joints, and eyes through an autoinflammatory mechanism.
We have reported the results of our original method, including the establishment of patient-derived
iPS cells. However, comprehensive analysis of gene and protein expression did not reveal any
differences between Blau syndrome and healthy controls, and no clue to the pathological analysis of
granuloma formation, which characterizes Blau syndrome, has been found. In contrast, the analysis
focusing on phosphorylation, a post-translational modification, has allowed us to identify the
immunoregulatory mechanism of Molecule A, which is currently being analyzed.
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