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In this stud¥, SMPDL3A was identified using whole exome suquencing as
candidate genes of congenital radioulnar synostosis (CRUS). Amino acid similarities of SMPDL3A were
approximately 54% across humans and zebrafish, which is quite high. In situ hybridization analyses
revealed that the strong expression was detected in the craniofacial and pectoral fin regions of
zebrafish embryos and larvae. Also, the genetically-modified zebrafish showed that SMPDL3A regulates
BMP signaling during skeletogenesis. Furthermore, SMPDL3A containing potentially the
disease-causing mutations, had reduced activity of BMP or Wnt signaling.
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