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Examination of AGBL5 gene in congenital scoliosis
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The etiology of congenital scoliosis, in which the occurrence is
approximately 1 in 2000 birth, is largely unknown. This time, we newly identified the de novo
mutation in the AGBL5 gene. Since this gene is highly conserved among the species, it is considered
that its function is essential. In this study, we mainly used zebrafish model. Consequently,
whole-mount ISH revealed that the expression was localized around head, eyes, and pectoral fins.
Also, the morpholino-mediated knockdown showed the dorso-ventral patterning defects and the
reguration of BMP signaling by AGBL5. In addition, mouse 10T1/2 cells showed that ALP activities
were down-regulated by AGBL5 gene transfection.
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