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The elucidation of the molecular biologic pathologK in the Osteogenesis
imperfecta and new molecular target treatment by the Wnt signal pathway.
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The purpose of this study is the whole aspect elucidation of the molecular
background of osteogenesis imperfecta (Ol) and the establishment of a new molecular target
treatment. COL1Al and COL1A2 mutations were detected in 79% of Japanese patients with Ol in this
study. (Junko Kanno: Journal of Bone and Mineral Metabolism, 2017 in press). We performed exome
analysis for the patients that mutation was not found continuously by COL1A1l gene, COL1A2 ?ene. We
identified this country first PPIB variation in exome analysis to one patient. The clinica
phenotype of the patient was similar to some previous reports. We are preparing for the functional
analysis now.
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