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Elu?idqtion of etiology of facial asymmetry based on integrated genome-phenome
analysis

MORIYAMA, Keiji

13,300,000

Oculoauriculovertebral spectrum 1
CT

This study targeted jaw deformities with asymmetry in the maxillofacial
region and aimed to integrate cranio-maxillofacial morphology based on multiple computational
anatomy analysis and genome analysis. As a result of this study, we found that the jaw movement and
the position of the mandibular fossa and performed an integrated analysis of the function and
morphology of facial asymmetry. In addition, a trio analysis of one family with
oculoauriculovertebral spectrum with facial asymmetry identified a pathological nonsense mutation in

a gene related to exon splicing. We developed a statistical shape model of the mandible based on CT
images of patients with mandibular prognathism and suggested that this model may contribute to
improving the accuracy of extraction mainly in areas with a convex shape.
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