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INTRODUCTION

Erythromelalgia (EM) is a chronic syndrome
characterized by the triad of erythema, warmth,
and severe, recurrent pain in the distal extremities.'
EM affects 1.3 per 100,000 persons each year and
is exceedingly rare in children and adolescents.”
Common triggers include increased environmental
temperatures and exertion. Primary EM is idiopathic
or inherited, but secondary EM is associated with
numerous comorbid conditions, including autoim-
mune and myeloproliferative disorders.’ Here, we
describe a case of EM where examination of
abnormal nailfold changes raised suspicion for un-
derlying autoimmune disease and led to the diag-
nosis of juvenile amyopathic dermatomyositis
(ADM) with collagenous colitis.

CASE DESCRIPTION

A 15-year old boy presented for evaluation of
new-onset burning and tingling accompanied by
transient erythema of his hands and feet provoked by
exercise (Fig 1) and relieved with rest. His findings
were consistent with EM. He was previously evalu-
ated by gastroenterology for a 1-year history of
diarrhea with an unremarkable workup. He denied
rashes elsewhere, joint pain, muscle weakness, fa-
tigue, and sun sensitivity. A full-body skin examina-
tion identified periungual erythema, ragged cuticles,
erythema over the metacarpophalangeal joints,
livedo pattern over his dorsal hands, and abnormal
nailfold changes on dermatoscopy (Figs 2 and 3). His
strength examination was normal. These findings
raised suspicion that his EM was secondary to an

Abbreviations used:

ADM: amyopathic dermatomyositis
DM:  dermatomyositis

EM: erythromelalgia

IBD: inflammatory bowel disease
IDA:  iron deficiency anemia

NFC: nailfold capillaroscopy

underlying connective tissue disorder, specifically
dermatomyositis (DM). Laboratory workup revealed
a positive antinuclear antibody >1:2560 with both
homogeneous and speckled patterns present and a
positive SSA of 1.2 (normal value, =0.9 AD. His
creatine kinase (normal range, 30-260 U/L) and
aldolase (normal value, <14.5 U/L) were within
normal limits. The patient was referred to rheuma-
tology for a multidisciplinary approach as he now
had swelling of multiple metacarpophalangeal joints
and proximal interphalangeal joints with a limited
ability to make a tightly closed fist. Myositis panel
(MyoMarker 3 Plus Profile, Mayo Clinic Laboratories)
revealed a positive TIF-1- y and weakly positive Mi-
2, ku, and PM/Scl, consistent with the diagnosis of
juvenile DM, again considered amyopathic given his
normal strength and creatine kinase.

Review of the workup previously done for the
patient’s chronic diarrhea identified iron deficiency
anemia (IDA) and a slightly elevated fecal calpro-
tectin. Given his ongoing diarrhea and new diag-
nosis of ADM, which is associated with an increased
risk of concomitant autoimmune disease, suspicion
for inflammatory bowel disease (IBD) was much
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Fig 1. Blanching erythema overlying the dorsal surface of the hands and feet. Given the
transient nature of EM, we did not have an opportunity to observe the changes. Clinical images
courtesy of family, representative of the patient’s less progressive erythromelalgia episodes.
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Fig 2. Notable periungual erythema, ragged cuticles, and
livedo pattern on the dorsal hand with erythema overlying
the metacarpophalangeal joints and swelling of the
proximal interphalangeal joints.

higher. The IBD panel (IBD sgi Diagnostic,
Prometheus), a test that identifies seromarkers
commonly found in IBD, was suggestive of Crohn’s
disease. Colonoscopy showed minimal inflamma-
tion, and colonic biopsies were consistent with
collagenous colitis. Biopsies of the terminal ileum
showed a focal area of ileitis, but the remainder of
the ileal biopsies were unremarkable, and thus the
patient was thought not to have Crohn’s disease. The

Fig 3. Dermatoscopy showing abnormal nailfold changes
with microhemorrhages and hemosiderin deposits.

patient was treated with adalimumab with the goal of
using one agent to target his inflammatory arthritis,
ADM, and collagenous colitis. His diarrhea and
cutaneous manifestations of ADM resolved, and his
EM and arthritis improved with treatment.

In summary, the patient presented with EM and
chronic diarrhea. Subtle findings limited to his
hands, notably on bedside nailfold capillaroscopy
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(NFO), raised suspicion for an underlying autoim-
mune disease, prompting further workup and ulti-
mately a diagnosis of EM, inflammatory arthritis, and
collagenous colitis, all occurring in the setting of
juvenile ADM.

DISCUSSION

Juvenile ADM, EM, and collagenous colitis are
rare diseases in pediatric patients, the latter two
exceedingly so, with coexistence previously unre-
ported. EM is a clinical syndrome characterized by
redness, pain, and warmth of distal extremities that
primarily affects the hands and feet.' The onset of EM
may be acute or gradual, with symptoms remaining
mild for months to years." Secondary EM is associ-
ated with myeloproliferative disorders but may also
signal an underlying autoimmune disease, including
DM." Juvenile ADM, in which children present with
the cutaneous manifestations of DM without muscle
involvement, is estimated to occur in 5% to 20% of
cases of juvenile DM." Although ADM is associated
with an increased prevalence of interstitial lung
disease than classic DM in adults, there is less
evidence of this relationship in children.” Anti-TIF-
1- vy is the most commonly occurring autoantibody in
juvenile DM and is associated with severe cutaneous
disease and photosensitivity.” Preliminary data sug-
gest that adults with DM may be at an increased risk
for microscopic colitis, but it is unknown if this
relationship holds true in children.® As a subset of
microscopic colitis, collagenous colitis is a chronic
inflammatory condition characterized by thickened
subepithelial deposition of collagen on histopathol-
ogy.” The most common presentations of collage-
nous colitis in children include chronic diarrhea and
recurrent abdominal pain, with IDA observed in
approximately 90% of cases.” There are reported
cases of IBD preceding the development of collag-
enous colitis, with some experts suggesting that
microscopic colitis may be part of the IBD
continuum.”

The rarity and nonspecific presentation of these
immune-mediated pathologies may make the initial
diagnosis difficult. NFC is a noninvasive technique
used to visualize nailfold capillaries. The presence of
capillary abnormalities on NFC is highly specific for
autoimmune diseases.” Pathologic capillaroscopic
patterns were observed in up to 90% of cases of
systemic sclerosis.” The benefit of NFC is that it is an
inexpensive point-of-care assessment that be can be
performed using a variety of devices.'’ For example,
ophthalmoscopes and dermatoscopes are affordable
and accessible but only confer a 10X to 40X
magnification.'” Videocapillaroscopes are signifi-
cantly more expensive, but provide excellent
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resolution with a magnification of 200X to 600x.""

Nonetheless, all of these modalities allow for the
assessment of gross nailfold changes.

Although the absence of pathologic features does
not rule out autoimmune disease, the presence of
capillary abnormalities increases the suspicion for a
concomitant pathology. In our case, the presence of
abnormal nailfold changes suggested that an addi-
tional autoimmune component may be responsible
for this patient’s cutaneous manifestations. This, in
the setting of chronic diarrhea, IDA, and elevated
fecal calprotectin, led to further IBD testing and
ultimately to the diagnosis of collagenous colitis.
Thus, diminutive nailfold changes on capillaroscopy
may aid in the diagnosis of autoimmune diseases,
especially in patients with nonspecific or mild
symptoms, and may lead to an earlier referral,
diagnosis, and treatment of this population.
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