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Elucidation of the onset mechanism of fibrous-osseous lesions in the jawbone
caused by TMEM16E mutation
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In this study, as a clue to elucidate the molecular mechanism of the onset
of TMEM16E-related hereditary diseases, we hypothesized that GDD-type TMEM16E missense mutations
produce and accumulate TMEM16E abnormal proteins to develop a bone rare disorder (GDD). Based on
this, we have continued to maintain the mouse strain and analyze the phenotype of TMEM16E knock-in
mice, and have tried to establish a disease model. However, it was difficult to maintain the strain
of the GDD missense mutant TMEM16E knock-in mouse, and no clinical symptoms of GDD could be observed

in the knock-in mice.
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