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A 6-month-old male infant with a history of cradle cap and an infantile
hemangioma on the left shoulder presented to the dermatology clinic
for evaluation of a slow-growing yellow papule on the upper back of

3 months’ duration. The lesion initially was noted 2 months prior to the
current presentation by the patient’s pediatrician, who recommended
follow-up with dermatology after an unsuccessful attempt at incision
and drainage. Physical examination revealed a 7-mm, yellow, dome-
shaped papule with a red collarette on the right upper back. No axillary
freckling, ocular findings, or other skin findings were found. The patient
was born at term with no complications, and his mother reported that
he was otherwise healthy. There were no developmental concerns

or known allergies, and his family history was negative for any similar
lesions. Dermoscopic examination of the lesion revealed a well-
circumscribed, circular, yellow-orange papule with an erythematous
border and setting-sun appearance.

WHAT’S YOUR DIAGNOSIS?
a. Brooke-Spiegler syndrome

b. Fabry disease

C. juvenile xanthogranuloma

d. solitary cutaneous mastocytoma

e. tuberous sclerosis complex

PLEASE TURN TO PAGE 210 FOR THE DIAGNOSIS
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PHOTO CHALLENGE DISCUSSION

THE DIAGNOSIS:
Juvenile Xanthogranuloma

iven the patient’s age, clinical features of the

lesion, and characteristic setting-sun pattern on

dermoscopy, a diagnosis of juvenile xanthogranu-
loma (JXG) was made. The patient showed no other signs
of neurofibromatosis type 1 (NF1) or systemic disease and
was managed conservatively with observation and routine
follow-up. Minimal growth of the lesion was noted at
1-year follow-up, and he was meeting all age-appropriate
developmental milestones and showed no other symp-
toms consistent with NF1.

Juvenile xanthogranuloma is the most common child-
hood non-Langerhans cell histiocytosis. While it typically
manifests as an isolated condition, JXG also can be associated
with NF1 as well as juvenile myelomonocytic leukemia.'”
Neurofibromatosis type 1 is a multisystem disorder with vari-
able clinical manifestations that commonly is associated with
skin findings such as café au lait macules, intertriginous freck-
ling, and neurofibromas, in addition to JXG.>® Diagnosis of
JXG should prompt noninvasive evaluation for further signs
and symptoms of NF1, including thorough patient and family
history and physical examination to identify other character-
istic cutaneous findings, and can include consideration of slit
lamp eye examination and radiography for identification of
osseous findings.

The pathogenesis of JXG is not fully known, though
there is evidence that it may be associated with a muta-
tion in the mitogen-activated protein kinase pathway.' The
majority of cases appear in the first year of life.* Clinically,
JXG can manifest with extracutaneous lesions, including
on the eyes and lungs.”’ Juvenile xanthogranuloma can
be noninvasively diagnosed with dermoscopy. As seen in
our patient, dermoscopic findings include a red-yellow or
yellow-orange background with an erythematous border,
typically described as a setting-sun pattern.*® Biopsy can
confirm the diagnosis; however, given the usually benign
course, this often is unnecessary. Most pediatric patients
with cutaneous manifestations have a self-limited course
with regression over several months to years. Generally, no
treatment is required for cutaneous manifestations alone;
however, lesions can be removed for aesthetic concerns.
For those with systemic involvement, a range of other
treatments have been used, including chemotherapy, radio-
therapy, systemic corticosteroids, and cyclosporine.®”

The differential diagnosis for JXG includes Brooke-Spiegler
syndrome, Fabry disease, solitary cutaneous mastocytoma,
and tuberous sclerosis complex. Brooke-Spiegler syndrome
is an autosomal-dominant condition characterized by the
growth of adnexal neoplasms, including trichoepitheliomas,
cylindromas, and spiradenomas. These lesions usually mani-
fest on the face but can include other areas such as the trunk.’
Fabry disease is an X-linked recessive lysosomal storage dis-
order with cutaneous manifestations such as angiokeratoma
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corporis diffusum and hypohidrosis. Patients also may present
with systemic symptoms including hypertension and renal
and cardiovascular disease.'” Mastocytosis encompasses sev-
eral clinical disorders defined by mast cell hyperplasia and
accumulation in various organ systems, and solitary cutane-
ous mastocytoma is the most common manifestation in
children.""* Cutaneous mastocytoma can manifest as a single
red-brown or yellow papule, usually located on the arms or
legs.”® Solitary cutaneous mastocytomas in pediatric patients
typically are diagnosed based on clinical appearance and the
formation of a wheal upon firm palpation (Darier sign)."
Our patient did not demonstrate the Darier sign, and the
lesion was asymptomatic. Tuberous sclerosis complex is an
autosomal-dominant neurocutaneous disorder with neuro-
logic and skin findings that occur early in the disease course
and include facial angiofibromas, hypomelanotic macules,
shagreen patches, and café-au-lait macules.™
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