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Genetic and enviromental interaction for the etiology of craniofacial defect

Kurosaka, Hiroshi
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Craniofacial development is a complex process that involves sequential
growth and fusion of the facial prominences. When these processes fail, congenital craniofacial
anomalies can occur. Cleft palate (CP) is one of the most common congenital craniofacial anomalies
in humans and can be caused by either single or multiple genetic and environmental factor(s). In
this research project we have performed multiple exome sequencing in familial craniofacial
disorders. From this analysis, we discovered novel single nucleotide mutation which causes amino
acid transition in DLC1 (Deleted in Liver Cancer 1) in two independent families. We have also
identified novel gene mutation which is related to PTH signaling pathway in familial
craniosynostosis.
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