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Multiple Hereditary Exostoses (MHE) is a genetic bone disease, which is
characterized by growths of multiple osteochondromas. Patients with MHE carry a loss-of-function
mutant of Extl and Ext2, which encodes a glycosyltransferase essential for heparan sulfate
biosynthesis. In the present study, we established a new two types of in vitro experimental systems.

The first is chondrocyte culture system that mimics the functional deletion of Extl. The second is
overexpression of mutant Extl in cultured cells. Our results suggest that the two experimental
systems mimic the pathological condition of MHE. These are a useful model to examine the molecular
mechanisms of mutant Extl and the potential therapeutics for MHE.
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Functional characterization of a unique mutant of ALK2, p.K400E, that is associated with a skeletal disorder, diffuse
idiopathic skeletal hyperostosis
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