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Elucidation of the pathophysiology of steroid hormone biosynthesis in lipoid
congenital adrenal hyperplasia by establishing a mouse or cell line mode
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The present study developed significant progress in the understandin?
pathophysiology of lipoid congenital adrenal hyperplasia (LCAH). First, the study successfully
established steroidogenic cell lines lacking steroidogenic acute regulatory protein (StAR) and
tamoxifen-inducible knockout mice lacking StAR as in vitro and in vivo models for LCAH,
respectively. Second, the results of the study demonstrated the presence of StAR-independent
steroidogenic pathway, the role of cAMP in the pathway, and the impairment of the pathway secondary
to the accumulation of cholesterol esters in the cytosol of adrenocortical cells. Third, the study
indicates that the impairment of StAR-independent steroidogenic pathway secondary to the
accumulation of cholesterol esters is associated with global reduction of expression levels of genes
related to steroidogenesis probably due to reduced expression of NR5A1.
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