
Proceeding
Volume 3 Suppl 1 - March  2017
DOI: 10.19080/AJPN.2017.03.555655

Acad J Ped Neonatol
Copyright © All rights are reserved by Mahmoud Zighan

Non-Classical Lipoid CAH, an Interesting Case 
Presentation

Mahmoud Zighan* 
Hadassa Medical Center, Jerusalem, Palestine, Israel

Submission: March 05, 2017; Published: March 20, 2017

*Corresponding author: Mahmoud Zighan, Hadassa Medical Center, Jerusalem, Palestine, Israel

Acad J Ped Neonatol 3(Supp 1): AJPN.MS.ID.555655 (2017)

Introduction
“Non-classical Lipoid CAH”, an attenuated disease of 

Congenital Lipoid Adrenal Hyperplasia (CLAH), caused by mild 
StAR mutations, may be mistaken for familial glucocorticoid 
deficiency “FGD”. StAR gene is expressed in the adrenal and gonad.

Case Report
A 46, XY male, from a consanguineous Palestinian family, with 

an uneventful infancy, presented at 2.5 years of age with lobar 
pneumonia and was hypoglycemic. His skin hyperpigmentation 
and low basal cortisol prompted evaluation for adrenal failure. 
He had normal male genitalia with descended testes ACTH was 
elevated, 1656pmol/L (1.9-10.2) and cortisol did not respond to 
synthetic ACTH. Plasma renin activity (PRA) was mildly elevated 
(12.0ng/ml/h; normal range, 1.5-5.7) but his electrolytes and 
aldosterone were normal. He was diagnosed with isolated  

 
glucocorticoid deficiency. The younger brother had similar 
features at age of 1 yr. Both brothers responded to replacement 
therapy with hydrocortisone. 

The two siblings were initially suspected as having “FGD”, 
however MC2R and MRAP gene sequences were normal, raising 
the possibility of “non-classical CLAH” with StAR mutations. StAR 
gene analysis revealed homozygous missense mutation c.661G>A, 
p.G221S in both. 

Conclusion
Clinically, the partially inactivating StAR mutation mimics FGD 

It is wise to investigate apparent FGD patients for StAR mutations, 
if no identifiable gene defect is identified. A clear diagnosis of 
of “non-classical LCAH” ensures that both adrenal and gonadal 
function is appropriately monitored. 
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