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Elucidation of the molecular basis of osteogenesis imperfecta and novel therapy
through activation of Wnt signaling and OASIS
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Exome analeis was performed on six patients, including two patients in whom
e

no mutations were identified in t

responsible genes, COL1A1l and COL1A2, in a previous study, a

comprehensive mutation analysis of osteogenesis imperfecta, and four new patients. After exome
analysis, the mutations detected were confirmed by the Sanger method. Exome analysis identified
COL1A2 mutations in two families.COL1A2 mutation was identified in one family and PPIB mutation was
identified in one family. This is the first case of osteogenesis imperfecta caused by PPIB mutation
in Japan. In the final year of the study, a patient with SERPINEF1 mutation was also identified, the
first case of SERPINEF1 mutation osteogenesis imperfecta in Japan.
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