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Research for causative gene of congenital scoliosis

Watanabe, Kota
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To identify novel causative genes for Congenital Scoliosis (CS) and
Spondylocostal Dysostosis (SCD), we analyzed 143 samples from CS patients, 18 samples from SCD
patients, and performed trio analysis on 66 pedigrees. As a result, we identified a total of 20
candidate genes, with 6 showing an autosomal dominant inheritance model and 14 showing an autosomal
recessive inheritance model. Among these candidates, there were promising genes such as DNAH3 and
DNAH12, which are involved in ciliary motility, IRX6, which is involved In neurogenesis, and PLXNA3,
which potentially plays a role in spinal morphology. Moving forward, we plan to collaborate with a
research group to evaluate the genes involved in somite formation using organoids.
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