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Research into Blau syndrome using disease-specific iPS cells
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In order to elucidate the pathophysiology of Blau syndrome caused by NOD2
gene mutation, we conducted a study using disease-specific iPS cells established from patient. This
iPS cells were differentiated into macrophages (iPS-MPs) by making full use of their properties, and

used as samples of RNA sequencing. As a result, RNA sequencing analysis revealed distinct
transcriptional profiles of mutant iPS-MPs. Interestingly, we noticed that inflammatory pathway were

already upregulated in mutant iPS-MPs, even in the unstimulated state. In addition, to elucidate
the kinetics of the mutant NOD2 protein, a system was constructed to overexpress the mutant NOD2
protein with 3x FLAG-tag. By labeling 3x FLAG-tag, intracellular localization of the mutant NOD2
protein was able to be visualized.
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