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M 40, CASE REPORT

Erythromelalgia in an Adolescent Female
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ABSTRACT

Erythromelalgia is a disabling syndrome of paroxysmal vasodilation affecting the feet, hands and
face characterised by patient’s cooling behaviour to achieve symptom relief. It can be primary or
secondary and although a rare disorder it has been described in children and adolescents. We
describe the case of a 14-year-old female diagnosed with primary erythromelalgia successfully
treated with aspirin, amitriptyline, and carbamazepine.
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CASE PRESENTATION
A 14-year-old female was referred due to burning pain of
her feet followed 2 weeks later by similar symptoms in her
hands, for the last 6 weeks. She was previously treated
with non-steroidal anti-inflammatory drugs and oral ste-
roids with no improvement. Her physical examination re-
vealed redness and oedema of the dorsal surface of the
fingers, hands and palms, in both hands (Figure 1), with
erosion of the skin of the palms due to continuous immer-
sion to water (Figure 2). She had no evidence of arthritis,
nor any other signs suggestive of a systemic inflammatory
disorder. Laboratory testing revealed white blood count Figure 1. Redness and oedema of fingers and dorsal
6550 K/ul, haemoglobin 13,4 g/dl, platelets 308 K/ul, hands.
erythrocyte sedimentation rate 18 mm/1h, C-reactive pro-
tein 0.1 mg/L, AST 11 U/L, ALT 6 U/L, CPK 27 U/L, C3 91
mg/dland C4 21 mg/dl.
Antinuclear antibodies,
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Figure 3. Dorsal hands 15 days after treatment
initiation.

testing for the SCN9A gene mutation, which encodes the
voltage-gated sodium channel Na(v)1.7 was negative. Of-
ten, a gain of function mutation of this gene is associated
both with familial and sporadic cases of erythromelalgia.’
The diagnosis of primary erythromelalgia was established
and managed with behavioural interventions (limb eleva-
tion, cooling techniques with fan and water for 10 min per
hour) and per os Aspirin (200 mg/day), Carbamazepine
(200 mg/day), Amitriptyline (25 mg/day), and Clobazam
(80 mg/day), all initiated simultaneously. Two weeks after
starting treatment her symptoms were controlled and her
sleep was fully restored. The hand skin healed completely,
except for mild dry skin on the dorsal surface (Figure 3
and Figure 4).

DISCUSSION

Erythromelalgia has an incidence of less the 2 per 100000
people per year. It is more common in women than in
men and exceedingly rare in children.?* It usually affects
the feet (88%) and less commonly the hands (25%), legs
(23%), face, ear, and nose.* Symptoms are often sym-
metrical and during episodes the affected areas become
red, hot, and painful, while swelling occasionally occurs.®
A characteristic feature of erythromelalgia is patient’s
cooling behaviour to achieve symptom relief. Potential
complications of cooling techniques include “windburn”
from fans, and signs and symptoms of frostbite second-
ary to overuse of ice. Chronic immersion of the extrem-
ity in water may lead to skin maceration, oedema, and
ulcerations as in the case presented.® The majority of
both familial and sporadic cases of primary erythrome-
lalgia are attributed to gain-of-function mutations of SC-
NOA, which encodes the voltage-gated sodium channel
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Figure 4. Normal palm skin 15 days after treatment
initiation.

Na(v)1.7.' Secondary erythromelalgia has been associ-
ated with thrombocytosis in children, but not with other
myeloproliferative disorders as described in adults, while
it can also develop in patients with small fibre neurop-
athies, autoimmune disorders, malignancies, multiple
sclerosis, hypercholesterolemia, hypertension obesity,
type 1 diabetes mellitus, and heavy-metal poisoning.3¢7
There is no cure for erythromelalgia and combination of
non-pharmacological and pharmacological interventions
such as local treatment, aspirin and anti-epileptics are
directed towards improving quality of life and reducing
symptoms.*#
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