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Integrated understanding of dermatan sulfate through uncovering pathophysiology
of musculocontractural Ehlers-Danlos syndrome
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Musculocontractural Ehlers-Danlos Syndrome (mcEDS; EDS Kosho Type 1is a
hereditary connective tissue disorder, caused by generalized depletion of dermatan sulfate
associated with biallelic pathogenic variants in CHST14 (mcEDS-CHST14) or DSE (mcEDS-DSE). It is
characterized by congenital malformations and progressive connective tissue fragility-related
manifestations. Principal Investigator (Pl) of this study found and delineated this disorder based
on domestic and international collaboration. Through this study, Pl and the colleagues (clinicians,
basic researchers) demonstrated the natural history from detailed and comprehensive observation of
66 patients from 48 families. They also uncovered the pathomechanisms of skin (fragility) and muscle

(myopathic changes) manifestations of the mouse models (knock-out mice, mice generated by
CRISPR/Cas9-mediated genomic editing).
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