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Establishment and application of disease-specific iPS cells for Apert syndrome
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Apert syndrome is a mutation in_the fibroblast growth factor receptor
(FGFR2) has been reported, in which the Igll domain mutation Ser252Trp is 2/3 and the Iglll domain
mutation Pro253Arg is 1/3. Apert Syndrome is a genetic disorder that causes craniofacial deformity.

A human-derived disease model has not yet been created, and the pathophysiology of this disease is
largely unknown.

Therefore, we established disease-specific iPS cells from the oral mucosal epithelium or blood
lymphocytes of patients with Apert syndrome, elucidated the mechanism of abnormal differentiation of
these cells into bone or cartilage, and introduced iPS cells into which normal FGFR2 was

introduced. This study will elucidate the pathogenic mechanism of Apert syndrome by confirming the
induction of normal bone differentiation.
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