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The loss-of-function formed IFN-y R1 and STAT1 deficiency presents mendelian
susceptibility to mycobacterial diseases (MSMD). Osteomyelitis is a bone infection by bacteria and other
microorganism, and is one of clinical features presented in more than 80% of patients with MSMD.
Osteoclasts, bone-resorbing multinuclear cells, are derived from myeloid/ monocyte lineage. IFN-y is
known to strongly suppress osteoclast formation in mice. However, the mechanism and the function of
IFN-y still remains unclear. In this study, we analyzed the formation of osteoclasts and the function of
osteoclast using the mononuclear phagocytes of IFN-y R1 and STAT1 deficient patients. Our results
strongly show the augmented osteoclast formation and their function in patients with MSMD through the
deficiency to IFN-y -STAT1 signal. The IFN-y -STAT1 signal transduction system in mononuclear phagocytes
may play an important role in the presentation of multiple bone lesions in MSMD patients.
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