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Analysis of abnormal STAT1 disorders using disease-specific iPS cells.
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This study demonstrated the establishment of the disease-specific iPS cells from
patients with STAT1 abnormalities which consist of loss of function (LOF) and gain of function (GOF).
Monocytes were differentiated derived from STAT1-LOF iPS cells presented the abnormal phosphorylation of
STAT1 in response to IFNg. However, the change of transcriptional activity was not observed in monocytes
derived from iPS cells. Osteoclasts were differentiated from bone marrow cells in patients with
STAT1-LOF. The number and the activity of osteoclasts in STAT1-LOF patients were prominent, resulting in
the excessive bone absorption in patients. Similar abnormality was confirmed by monocytes derived from
iPS cells. These results suggest that the disease-specific iPS cells from patients with STAT1
abnormalities may be useful for the analysis of pathogenesis of STAT1-LOF and STAT1-GOF.
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