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WFZERC R OMEEE (330) : We identified CHSTI4 as a disease gene for the novel autosomal
recessive Ehlers—Danlos syndrome (EDS). CHST/4 encodes dermatan 4-0-sulfotransferase 1
(D4ST1), which transfers active sulfate to dermatan. In the mutants observed in the
patients, its enzyme activity was almost completely lost and dermatan sulfate of decorin
proteoglycan, a key regulator of collagen fibril assembly, was completely lost and
replaced by chondroitin sulfate (CS) in the patients’ fibroblasts. This may suggest that
the replacement to inflexible CS, which intolerant to the mechanical compression,
resulted in the impaired collagen bundle formation.
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