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Development and analysis of an animal model of Musculocontractral Ehlers-Danlos
syndrome
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Musculocontractural Ehlers-Danlos Syndrome (mcEDS) shows some serious
cutaneous symptoms with dermatan sulfate (DS) deficiency caused by mutations in CHST14 gene. In this
study, Chstl4 gene-deleted mice (Chstl4 KO) were used as an animal model of mcEDS. Chstl4 KO showed
some cutaneous phenotypes such as deformations of collagen bundles and fibrils, mechanical
weakness, and delay of wound healing which were similar to patients with mceDS. Cell migration and
proliferation were depressed in skin fibroblast of Chstl4 KO. These results suggest that Chstl4 gene
affects structure and strength of extracellular matrix and cell migration and proliferation.
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