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Expression characteristics of Sez12 gene, the murine homolog of DGCR2, in
chondrocytes from 22q11.2 deletion syndrome model with knocked-in GFP
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To explore the DGCR2 gene function, we generated Sezl12 (the mouse homolog of

DGCR2) -knockout/GFP-knocked-in mice, which showed maxillofacial hypoplasia caused by early
malformations of basilar cartilage and differentiation defects of pre-hypertrophic chondrocytes. In
the homozygous Sez12-KO chondrocytes treated with TGF-beta, we found significant activation of
TGF-beta signaling and decrease of chondrocytes with expression of type X collagen, compared to
wild-type ones showing expression of both type Il and type X collagen. Furthermore, the primary
chondrocytes with heterozygous mutants from both Sez12-KO and Df1 region which is heterozygously
deleted a large portion of mouse genome corresponding to human 22g11.2 showed similar maxillofacial
phenotypes and knocked-in GFP expression. These results suggest that DGCR2 together with other gene
(s) in 22g11.2 could regulate the TGF-beta signaling activity for differentiation from replicative
chondrocytes to hypertrophic ones after birth.
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