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Pathogenesis

• Remains not completely understood

• Somatic activating mutations in the KIT gene are found in >80% of all cases of
mastocytosis. 

• In about 40 % of children a mutation in exon 17 (codon 816) was found (vs >85% of
adults), in about 40% mutations outside exon 17 (exon 8,9,11) were observed, 
about 20% no KIT-mutation detected

• Mutation in Kit D816 V (Aspartat gets replaced by Valin) -> abnormal accumulation
and activation of mast cells

• But: 
 Patients harbouring the same mutation might present with very different clinical

pictures (aggressive systemic mastocytosis, indolent SM)
 In paediatric mastocytosis, despite the KIT mutation a complete sponatneous

remission is generally observed at puberty

• Other factors, other genes? 
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Classification cutaneous Mastocytosis

K.Hartmann et al. J Allergy Clin Immunol 2016

Of note: 
• Urticaria pigmentosa obsolete
• Teleangiectasia macularis eruptiva

perstans no longer used, as not a 
separate variant

• Term «solitary mastocytoma» no longer
used



K.Hartmann et al. J Allergy Clin Immunol 2016

Maculopapular cutaneous mastocytosis (MPCM): Polymorphic type

• Majority of paediatric patients

• Brown or red, often oval shaped lesions of different sizes
• Plaques /nodules  (term still not optimal)
• Lesions can vary during course of disease (nodules-> plaques -> macules)
• Asymmetric distribution, head, neck and extremities are typically involved
• Brown lesions on lateral part of forehead are characteristic  for this form

• Serum tryptase usually not elevated

• Systemic involvement extremely rare

• Prognosis favorable, most patients show spontaneous regression by adolescence



Maculopapular cutaneous mastocytosis (MPCM): Monomorphic type

• Small percentage of paediatric patients

• Small monomorphic round lesions (like observed in adulthood)

• Possibly increased serum tryptase levels (does not decrease over 
time)

• Might have systemic involvement

• Usually persists into adulthood



Diffuse cutaneous mastocytosis (DCM)
• Rare  

• Large areas of skin are infiltrated by mast cells

• Patients exhibit generalized erythema, usually with pachydermia
(thickened skin)

• Extensive blistering and/or exfoliation (DD: bullous dermatosis). Tendancy
to blister improves with 3-4 years

• Serum tryptase levels usually increased, but mostly no systemic
involvment

• Severe systemic symptoms possible (abdominal pain, hypotension, 
shock..)

• Lesions resolve/improve by adolescence



Mastocytoma

• Most common type of mastocytosis in infants <  3months 

• In 40% present at birth

• Solitary or up to three

• Firm, red/yellowish/brown – coloured

• Flare-ups or blisters possible

• Complete regression (almost never in adults)

• DD: juvenile xanthogranuloma, Spitz nevus



Diagnosis/diagnostic workup

• Typical cutaneous lesions

• Darier-sign: important clinical feature

Elicited by stroking a lesion around 5 times by using moderate pressure with a tongue spatula.
Within a few minutes, a wheal-and-flare reaction of the lesion develops

• Serum Tryptase: at time of diagnosis (except: mastocytomas);no
recommendations for regular testing

• If unclear: Histology



Tryptase

Ott, Kopp, Lange. Kinderallergologie in Klinik und Praxis. Springer Verlag 2014:



Adulthood-onset and childhood-onset mastocytosis

K.Hartmann et al. J Allergy Clin Immunol 2016



Emergency kit

DCM, elevated Tryptase, 
systemic symptoms
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