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Elucidation of fibrous dysplasia pathogenesis using disease-specific iPS cells

and application to drug discovery
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Fibrotic dysplasia is a disease in which normal bones replace with young
bones and connective tissues, resulting in bone deformity and pathological fractures as the main
symptoms. Mutation of the GNAS1 gene is known as one of the causes of onset. Currently, the only
treatment method for the disease is bone loss surgery, and no fundamental therapeutic agent has been

developed yet.

To elucidate the pathophysiology of fibrotic dysplasia and discover therapeutic drugs, a large
amount of lesion cells of the disease are required. Therefore, we incorporated GNAS1 mutant genes
into iPS cells by genome editing technology to obtain GNAS1 mutant iPS cells, which could be a tool
for producing large amounts of diseased cells. In addition, we constructed a screening system to
investigate compounds effective for the treatment of this disease.
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