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Elucidation of the molecular mechanism of maxillofacial hypoplasia caused by
FAT1 gene mutation
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We generated Fatl KI mice mimicking gene mutations frequently observed in
oral cancer patients and found that they exhibit severe mandibular and tongue formation defects.
Since the mandible and tongue develop from the first pharyngeal arch, we conducted morphological and

transcriptome analyses. Between embryonic days 9.5 and 10.5, we observed the disappearance of the
midline structure in the central region of the first pharyngeal arch and abnormal gene expression
patterns in this region. Furthermore, we clarified that abnormalities in the Hedgehog signaling

pathway, mediated by YAP/TAZ activation downstream of Fatl, are involved in the mandibular and
tongue formation defects.
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