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WHAT’S YOUR DIAGNOSIS
Hypertrichosis in a patient with
hemophagocytic lymphohistiocytosis
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1. A case of pediatric hypertrichosis and
trichomegaly

A 19 month old baby boy was referred to ophthalmology for
pre-operative assessment prior to bone marrow transplant
(BMT) for hemophagocytic lymphohistiocytosis (HLH). This
rare disorder of deregulated cellular immunity was diag-
nosed at 8 months when he presented with failure to
thrive, hepatosplenomegaly, pancytopenia and elevated
liver function tests. Bone marrow biopsy revealed multiple
histiocytes with hemophagocytic activity compatible
with the diagnosis of HLH. Molecular genetic testing was
negative thus ruling out hereditary HLH. Intravenous
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cyclosporine A (CSA) and prednisolone were administered
per HLH-2004 protocol for 2 weeks. He was discharged in
stable condition on oral CSA 100 mg BID in preparation for
subsequent allogeneic BMT. Ophthalmology examination
revealed an alert, healthy looking baby boy with eyes that
were central, steady, maintained and could fix and follow
small objects; the anterior and posterior segments were
normal. Abnormally long and thick crown of head hair,
eyelashes (or trichomegaly) and a thick unibrow were
noted (Fig. 1), along with diffuse downy facial hairs and
even thicker sideburns and a moustache (Fig. 2) over
normal colored skin. The increased facial hair and tricho-
megaly were reportedly noticed only after hospitalization
and therapy for HLH.
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Figure 1 Hypertrichosis in an infant with eyelash trichomegaly and unibrow. Head hair, eyelashes and brow hairs are unusually
long, thick and dark.

Figure 2 The same infant with hypertrichosis of upper lip and face manifesting as a moustache, sideburns and downy facial hairs.
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