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Research on new genes contributing to craniofacial development
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A cleft lip and/or palate is the most common craniofacial abnormality, and
the frequency is higher in Asian population. The onset of cleft caused by a combination genetic and
environmental factors.

In this study, we tried to clarify genetic factors related to craniofacial malformations by exome
sequencing. We performed whole-exome sequencing for 7 patients and 2 unaffected in three families
with cleft lip and/or palate.

As a result, we couldn’ t detect no common mutations in all three families, nor the previously
reported genetic variants such as MSX1 and TGFB2. However, we found two mutations in the same gene
observed in two families (one is novel, and the other is already assigned Reference SNP ID). We are
going to create transgenic mices with novel mutation in order to investigate the roles of this
mutation.
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