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Introduction
Patient is a 10 days old female neonate who referred to our center 
because of darkening of the skin, lethargy and poor feeding. She 
was born by C-section at 38 weeks of gestation and had history of 
admission in another maternal hospital due to hypoglycemia and 
jaundice during first 5 days of life. Birth weight was 2760 gr and 
height was 50cm.  Parents were relative and had a light colored skin. 
Mother had a history of abortion in previous pregnancy. In physical 
examination generalized skin and mucosal hyperpigmentation 
and hypotonia had been observed (Figures 1,2). Genitalia had 
a normal female appearance but hyperpigmented. Vital signs 
and blood pressures were normal. Laboratory findings showed 
low blood glucose (36mg/dl) and cortisol levels (0.5ug/dl), high 
adrenocorticotropic hormone (ACTH>1000ng/l) and normal 
aldosterone levels (500pg/ml). level of 17-OH-Progesteron 
was normal (1ng/ml).Other investigations such as blood gases, 
serum electrolytes and abdominal ultrasonography were normal. 
According to the above data, diagnosis of familial glucocorticoid 
deficiency was made and hydrocortisone treatment at a dose of 
10 mg/m2/day was started and continued orally after discharge. 
Unfortunately, we couldn’t perform molecular genetics study in 
our institutions due to lack of facilities. The patient was followed 
up and after three months of treatment; the hyperpigmentation 
had lessened in comparison with birth time and his blood sugar 
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Generalizes hyperpigmentation of neonate.Figure 1

and cortisol levels were normalized and she has a good weight 
gain. Familial glucocorticoid deficiency (FGD) is a rare autosomal 
recessive disorder in which the adrenal cortex fails to respond to 
stimulation by ACTH to produce cortisol [1]. This condition leads 
to Low serum cortisol, markedly increased ACTH and normal 
aldosterone levels [2].The actual incidence of FGD is  unknown 
and only isolated case reports has been reported [3]. This disorder 
is caused by mutations in the gene of the ACTH (MC2R gene) 
receptor [4]. Although FGD is easily treatable by replacement 
with hydrocortisone, can be easily missed due to its nonspecific 
presentation .Therefore it may lead to death or severe morbidity 
[3]. In conclusion early detection of this disease in infants with 
dark skin is important.

Hyperpigmentation of periumbilical area before 
treatment.

Figure 2

Hyperpigmentation in a newborn 
with familial glucocorticoid 

deficiency
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