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Diffuse Cutaneous Mastocytosis

Diffuse cutaneous mastocytosis, a rare but potentially fatal form of cutaneous mastocytosis, accounts for
approximately 1% to 5% of pediatric cutaneous mastocytosis cases.'® The condition is characterized by
extensive mast cell infiltration of the entire skin, which can result in significant mast cell mediator release
leading to systemic reactions that can be severe or even fatal.>” Onset of the disease is usually at birth or
shortly thereafter (usually before 6 months of age).?’

Children with diffuse cutaneous mastocytosis typically present with pruritus (especially after exposure to a
trigger), flushing, widespread recurrent episodes of urticaria evolving into blisters, bullae, erosions, and
crusts (Figure 1)."-8 The blisters/bullae contain clear fluid initially but may become hemorrhagic with time
(Figure 2).'-8
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Fig. 1. Children with diffuse cutaneous mastocytosis typically present with pruritus, flushing, widespread
recurrent episodes of urticaria evolving into blisters, bullae, erosions, and crusts.



Fig. 2. Patients with blisters/bullae contain clear fluid initially but may become hemorrhagic with time.

Affected children may experience nausea, vomiting, abdominal pain, diarrhea, bronchospasm, dyspnea,
tachycardia, and hypotension.”-? Darier sign (localized erythema and urticaria) can be elicited by gentle
stroking, scratching, or rubbing of the skin but should be avoided as such skin manipulation may trigger
massive mast cell mediator release.® Darier sign and marked dermographism are hallmarks of diffuse
cutaneous mastocytosis.! Generally, children with diffuse cutaneous mastocytosis do not have individually
discernible lesions such as pigmented plaques.’310.1" Rather, these children have generalized redness or
darkening of the skin, accentuation of hair follicles and skinfolds (Figure 3), and induration and thickening
of almost the entire skin (pachyderma) and a leathery appearance traditionally referred to as a “peau
d’orange” appearance, “crocodile-like pachydermia”, and “elephant skin”.1.8.10.12-15



Fig. 3. Children have generalized redness or darkening of the skin, accentuation of hair follicles and
skinfolds, and induration and thickening of almost the entire skin.

Organomegaly and lymphadenopathy are characteristically absent. Affected children are at risk of
anaphylaxis and shock.”-? Several variants have been recognized including the small vesicular variant,
large bullous variant, and superimposed nodules and plaques at sites of dense mast cell infiltration.’.814

Most children with diffuse cutaneous mastocytosis have normal serum tryptase levels. However, serum
tryptase levels may be elevated in the early stages of the disease with or without systemic involvement.®
Despite the severity of the disease, children with diffuse cutaneous mastocytosis often outgrow the disease
by adolescence.’1%16 |n some patients, diffuse cutaneous mastocytosis persists into adulthood (Figure 4)
and may have systemic involvement affecting other organs.’”:1°



Fig. 4. In some patients, diffuse cutaneous mastocytosis persists into adulthood.
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