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NETHERTON SYNDROME - CASE REPORT
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Fig 1. latrogenic Cushing syndrome in a child with
Netherton syndrome treated with herbal cream con-
taining highly potent ropical steroid.

Netherton syndrome (NS) is a rare, auto-
somal recessive genetic disorder associated
with decreased skin barrier function. NS is
characterized by ichthyosiform erythroder-

ma, hair shaft abnormalities, and atopic dia-
thesis. Infants exposed to prolonged topical
corticosteroids application have greater risk
for iatrogenic Cushing syndrome caused by
suppression of the hypothalamic-pituitary-
adrenal axis (HPA) with subsequent adreno-
cortical insufficiency following topical treat-
ment withdrawal. We report a-three-year old
girl with NS who was incidentally treated
with potent topical corticosteroid cream pur-
chased from herbalist over six months for
whole skincare (Fig. 1). Because of percuta-
neous systemic corticosteroid absorption she
developed iatrogenic Cushing syndrome with
secondary adrenal failure. Genetic diagnosis
of NS was performed by PCR amplification
of complete coding region and adjacent in-
tron/exon boundaries specific for the SPINK
5 gene. Two heterozygous mutations were
detected in exon 5 and 8 of SPINK gene.
latrogenic Cushing syndrome was suspected
based on clinical presentation (cushingoid
appearance with moon face, centripetal obe-
sity, buffalo hump, and purple striae), height
for age -3.1 SDS, centripetal obesity with
BMI for age +3.7 SDS) and confirmed by
low morning levels of cortisol (2.0 nmol/l)
and ACTH (2.8 pmol/l). Electrolytes were
within normal limits and plasma glucose was
low (2.8 mmol/l). Hydrocortisone (Cortef)
13 mg/m?/day was introduced by the endo-
crinologist with slow taper of the dose over
10 months, with complete HPA axis recov-
ery. The parents and physicians should be
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warned about the use of even low potency
steroid cream in all children with decreased
skin barrier function and increased percu-
taneous absorption having increased risk of

HPA suppression.
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