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Analysis of Chstl4 gene-deleted mice as a model of Musculocontractural
Ehlers-Danlos syndrome
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Musculocontractural Ehlers-Danlos Syndrome (mcEDS) is a new type of EDS
caused by a defect of dermatan 4-O-sulfotransferase-1 resulting from mutations in carbohydrate
sulfotransferase 14 gene (CHST14). This disorder is characterized by multiple congenital
malformations and progressive multisystem fragility-related complications.

Chst14 gene-deleted mice (KO) were expected to be an animal model of mcEDS. However, most Chstl4
homozygous KO (Chstl4-/-) mice died in utero. First, we investigated embryo and placenta of
Chst14-/-. The placenta of Chstl4-/- fetal mice showed alterations in vascular structure and
ischemic changes. Next, we found that backcrossing of the mice to BALB/c strain improved birth rate
of Chstl4-/-.
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