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Hajdu-Cheney syndrome is a rare autosomal manifestation of a congenital bone
disorder characterized by severe osteoporosis and skull deformity. Dental manifestations include
abnormal periodontal tissue eruption and severe periodontal disease, which significantly affects the
patient™s quality of life. However, the clinical manifestations of the disease vary widely, and it
is often difficult to diagnose the disease based on patient symptoms alone. To search for the
pathogenic mechanism of this disease, we have succeeded in establishing patient-derived iPS cells
and have confirmed mutations in exome 34, the PEST sequence portion of the Notch2 gene. Furthermore,
we induced macrophages and confirmed that osteoclast differentiation was enhanced when compared to
control iPS cells.
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