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Etiological and pathological analysis of rats with congenitally abnormal bone
and cartilage formation
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We have previously established a strain of rats that exhibits congenital
osteochondrodysplasia-related pathologies such as short face and severe curvature of the spine, as
well as systemic pathologies such as cataracts, partial alopecia, and hyperkeratosis of the skin.
This rat strain is very similar to the X-linked dominant Conradi-Hunermann type of petechial
chondrodysplasia, which is caused by mutations in the cholesterol metabolism enzyme gene EBP.

The purpose of this study was to elucidate the etiology and pathogenesis of these rats.
Whole genome analysis revealed no mutation in the Ebp gene on the x sex chromosome between the
control and the pathological groups. On the other hand, there were genes with missense mutations on
the x chromosome that are thought to be related to lipid metabolism and bone formation.
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