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Crosstalk of proteoglycan
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and filamin and their genetic disorders
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To clarify the molecular mechanisms of hereditary skeletal and skin
disorders, the crosstalk of Filamin and proteoglycans (PGs) was analyzed. We revealed that the 9-20%
increase of levels of glycosaminoglycans (GAGs), which are side chains of PGs, was detected in the
patients’ fibroblasts from familial myxomatous polyvalvular dystrophy, Otopalatodigital syndrome,
and frontometaphyseal dysplasia with mutations in Filamin A (FLNA). Furthermore, a level of GAGs was
elevated in the patients’ fibroblasts from Larsen syndrome with mutation in FLNB. We identified
mutations in CANT1, B3GAT3, and DSE, which are involved in the metabolism of PGs, and caused
pseudodiastrophic dysplasia and Ehlers-Danlos syndrome musculocontractural type.
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