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Congenital Lipoid Adrenal Hyperplasia Developed in a Brother and Sister

In Hwan Baek, M.D. and Chun Soo Kim, M.D.

Department of Pediatrics, Keimyung University School of Medicine, Daegu, Korea

Congenital lipoid adrenal hyperplasia (lipoid CAH) is an autosomal recessive disorder characterized

by severe adrenal insufficiency. Clinical findings of patients are salt loss, hypoglycemia, pigmentation

and male sex reversal. And also the baby with inadequate treatment may result in sudden death

from adrenal crisis. We report the case of lipoid CAH developed in siblings with a brief review of

associated literatures.
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GATH(Table 1). 834t 4713898 521 AL 1Ak Az 22 Q1 A AL 366, BFE 6651/,
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Table 1. Biochemical Characteristics of Patients at Diagnosis of Adrenal Insufficiency

Normalrange* Case 1 (The brother) Case 2 (Thessister)

Sodium 134-146 mmol/L 112 17
Potassium 3.0-7.0 mmol/L 7.5 5.1
Glucose 50-90 mg/dL 34 62
Cholesterol 45-182mg/dL 147 121
ACTH 6-57 pg/mL 1,462 1,059
Cortisol 2-24ug/dL 0.5 0.5
Aldosterone 5-175ng/dL 6.2 6.8
Plasmarenin activity 235-3,500 ng/dL/hr not done 1924
Testosterone (male) 75-400 ng/dL <l

Testosterone (female) 20-64 ng/dL <1
Progesterone 7-350ng/dL 72 90
17-OH P (male) 40-200 ng/dL 44

17-OH P (female) 13-103 ng/dL 41

*Normalrange at neonatal period
ACTH, adrenocortropic hormone; 17-OH P, 17-Hydroxy progesterone
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Fig. 1. General appearance of the sister (case 2) shows dark skin
pigmentation of whole body, especially face and lips, mammary
areolas, perineum, and both legs.

Fig. 2. Magnetic resonance imaging finding (coronal
T2-weighted) of abdomen in the sister (case 2) shows
diffuse enlargement of adrenal glands with cortical
hyperintensity (arrows) suggesting lipid deposit.
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