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Abstract

Mastocytosis is a rare myeloid neoplasm characterized by abnormal prolifera" on of mast cells, associated with c-KIT 

muta" ons. The disease is most frequently observed in childhood, with clinical presenta" ons ranging from solitary 

mastocytoma to diff use cutaneous involvement. Bullous mastocytosis is an uncommon variant of diff use cutaneous 

mastocytosis, characterized by dermoepidermal separa" on due to mast cell degranula" on, and may clinically 

resemble other vesiculobullous disorders.

We report the case of a 12-month-old male presen" ng with generalized pruriginous tense vesicles and bullae, 

evolving over three months with intermi! ent exacerba" ons. Histopathology revealed subepidermal blistering with 

a dense mast cell infi ltrate, confi rmed by CD117 and tryptase posi" vity on immunohistochemistry, establishing the 

diagnosis of bullous mastocytosis. The child was successfully managed with oral cor" costeroids, an" histamines, 

topical cor" costeroids, and suppor" ve therapy, with resolu" on of lesions within two weeks.

This case underscores the importance of considering bullous mastocytosis in the diff eren" al diagnosis of infan" le 

vesiculobullous disorders, as " mely diagnosis and appropriate management can prevent morbidity.
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Introduc� on

Mastocytosis represents a group of disorders 

characterized by an abnormal accumula" on of 

mast cells in one or more organs including the skin, bone 

marrow, liver, spleen, lymph nodes and gastrointes" nal 

tract. More than 90% cases occur within the fi rst 2 

years of life. Bullous mastocytosis is a rare variant of 

diff use cutaneous mastocytosis.1 Here we report a case 

of a 1-year-old child with Bullous mastocytosis.

Case Report 

A 1-year-old male child, born out of a non-

consanguineous marriage, presented with multiple 

fluid filled lesions all over the body for 1 day. These 

ruptured on manipulation to form painful raw areas. 

Parents gave history of similar lesions in the past 

with exacerbations and remissions and preceding 

redness of skin over the past 3 months. These were 

associated with mild to moderate grade fever and 

irritability. No variation in incidence with rubbing 

or vigorous handling, symptoms of loose stools, 

flushing, difficulty in breathing, vomiting, syncope 

or failure to thrive were noted. His pre, post-natal, 

feeding, immunization history and developmental 

milestones were normal. Family history was 

unremarkable. 
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On examina! on, the child was irritable but alert, general 

physical and systemic examina! on did not reveal any 

abnormali! es. On cutaneous examina! on, mul! ple 

erythematous plaques with overlying coalescent, 

tense vesicles to bullae ranging from 3 mm to 4 cm 

involving scalp, forehead, malar regions, retroauricular 

area, neck, chest, abdomen, back, both arms, thighs, 

legs; containing serous and in few, hemorrhagic fl uid, 

interspersed with wet, crusted erosions (fi gure 1a-d). 

Rest cutaneous examina! on was normal. Scarring, 

post infl ammatory hyper or hypopigmenta! on, 

alopecia, milia forma! on were not present. Darier’s 

sign could not be elicited due to extensive vesicula! on. 

Diff eren! als of Bullous mastocytosis, linear IgA bullous 

dermatosis, childhood bullous pemphigoid and 

epidermolysis bullosa simplex were considered. 

Figure 1a-d: Erythematous plaques with overlying tense 

vesicles to bullae on scalp, forehead, neck, chest, abdomen, 

back, both upper and lower limbs, with wet, crusted 

erosions at places (a-d).

Hematological parameters were within normal 

limits. Radiological inves! ga! ons including chest X 

ray and abdominal ultrasound did not reveal any 

abnormali! es. Tzanck smear demonstrated mast cells. 

Histopathological examina! on revealed tense, sub-

epidermal blister with festooning of papillary dermis, 

containing RBCs, plasma cells, neutrophils, eosinophils 

and mast cells; papillary and upper re! cular dermis 

revealed moderately dense band of mast cells, 

contribu! ng to the diagnosis of bullous mastocytosis 

(fi gure 2a-b). Direct immunofl uorescence was 

nega! ve for IgG, IgA, and C3. Immunohistochemistry 

demonstrated CD117 and Tryptase posi! vity in 

subepithelial sheets of mononuclear cells (fi gure 2c-d). 

Bone marrow aspira! on studies couldn’t be performed 

owing to the reluctance of parents.

 

Figure 2a-d: Sub-epidermal blister (star), diff use band 

like infi ltra! on of dermis by mast cells (H&E 100x,a). 

Metachroma! c purple red cytoplasmic granules in mast 

cells (arrow) (Giemsa 100x,b). Diff use strong membranous 

and cytoplasmic posi! ve in mast cells (IHC CD117 100x,c). 

Diff use cytoplasmic posi! ve in mast cells (IHC Tryptase 

400x,d).

The pa! ent was treated with syrup Defl azacort 

(6mg/5ml) 5ml with weekly tapering, syrup Ce! rizine 

2ml, systemic an! bio! cs and topical Desonide (0.05%) 

lo! on. Parents were further counselled to avoid 

triggers. Resolu! on of lesions was observed within 2 

weeks (fi gure 3a-c).

Figure 3a-c: Subsiding lesions a' er 2 weeks of treatment (a-c). 

Discussion

Cutaneous mast cell diseases were fi rst discovered by 

Ne* leship and Tay in 1869.2 In a series of 101 cases, 

cutaneous mastocytosis appeared by ages 6 months 

and 2 years in 73% and 97% of children, respec! vely 

without any sex predilec! on.3

Childhood disease is most commonly observed 

and frequently resolves by adolescence. Familial 

mastocytosis, transmi* ed in an autosomal dominant 

manner, is seldom encountered. Few cases don’t show 

c-kit muta! on, implying the role of other genes.4 It 

almost always aff ects the skin with three main clinical 

presenta! ons: (1) solitary or few (≤3) lesions, referred 
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to as “mastocytomas”– 15–50% of pa! ents; (2) 

mul! ple (<10 to >100) lesions, referred to as “ur! caria 

pigmentosa” (UP) or “maculopapular” mastocytosis– 

45–75% of pa! ents; and (3) diff use cutaneous 

involvement– <5–10% of pa! ents.[3] Diff use cutaneous 

mastocytosis presents within ini! al months of life with 

pachydermia and variable hyperpigmenta! on in a 

generalized distribu! on. Blistering following ur! ca! on, 

due to serine protease produced by mast cells, is 

common in infants and young children but rarely 

extensive bullae and erosions may occur, as seen in our 

case. Release of heparin in some cases may contribute 

to hemorrhagic blisters.5 Less common presenta! ons 

in children include ill-defi ned tan or telangiecta! c 

patches and xanthelasmoid mastocytosis.6

Children with cutaneous mastocytosis persis! ng 

! ll adolescence develop systemic mastocytosis in 

15-30% cases. Although mastocytosis aff ects both 

children and adults, cutaneous variant is common 

in children while systemic mastocytosis presents in 

adults predominantly. Few pa! ents develop systemic 

symptoms like pruri! s, fl ushing, gastrointes! nal 

disturbance, and even anaphylaxis due to the release 

of mast cell mediators.7

Diagnosis of cutaneous mastocytosis requires one 

major criterion [typical skin lesions], plus one or two 

minor criteria [(1) monomorphic mast cell infi ltrate 

(large aggregates of tryptase-posi! ve mast cells with 

>15 cells/cluster) or sca& ered mast cells exceeding 

20 cells per microscopic high power fi eld(40x); and 

(2) detec! on of an ac! va! ng KIT muta! on in lesional 

skin].8 Our pa! ent sa! sfi ed all criteria. 

Systemic mastocytosis is suspected in cases with 

severe systemic symptoms, extensive blistering, large 

surface area of involvement, organomegaly, high serum 

total tryptase and lack of response to symptoma! c 

treatment. Systemic variants are associated with 

cytopenias, ascites, gastrointes! nal disturbances, 

malabsorp! on, osteolysis, hemodynamic instability 

and malignant (leukemic) transforma! on, rarely 

associated with cutaneous mastocytosis.9

Mainstay of management involves avoiding triggers 

precipita! ng mast cell degranula! on and use of 

systemic an! histamines. Acetyl salicylic acid, keto! fen, 

oral cromolyn sodium (400–800 mg/day)and topical 

cromolyn are also implemented. Omalizumab benefi ts 

in symptoma! c adult-onset mastocytosis recalcitrant 

to an! histamine therapy. Psoralen plus UVA or 

narrowband ultraviolet B therapy, potent topical 

cor! costeroids, topical calcineurin inhibitors, topical 

miltefosine and intralesional steroids may control 

pruritus and whealing.10

Systemic therapies for aggressive mastocytosis 

include Interferon-α-2b, Cladribine, Ima! nib mesylate, 

Midostaurin, Dasa! nib, Nilo! nib. Our pa! ent 

responded well to oral steroids and an! histamines 

along with topical steroids. Regular follow-up every six 

to 12 months is essen! al un! l resolu! on of skin lesions 

as few cases may progress to systemic mastocytosis.[10] 

Only a handful of cases have been reported globally, 

a literature review of diff use cutaneous bullous 

mastocytosis revealed varied clinical presenta! ons 

and treatment approaches. Asa!  et al. reported a 

3-month-old male with a 10-day history who was 

managed with an! histamines and topical mid-potent 

cor! costeroids.11 Verma et al. described a 7-month-

old female with a 3-month history who received oral 

betamethasone (0.1 mg/kg/day), an! histamines, and 

topical mid-potent cor! costeroids.12 Achehboune et al. 

documented a 16-month-old female with a 10-month 

dura! on who was treated with an! histamines 

and topical mid-potent cor! costeroids.7 Ridlo et 

al. reported a 3-month-old male with a 2-month 

history who was managed with topical mid-potent 

cor! costeroids, an! bio! cs, and saline compresses.13 

Almheiri et al described a 6-month-old male infant with 

blistering since 1 month, treated with an! histamines 

and topical mid-potent cor! costeroids on the aff ected 

areas.14 Dev et al reported a 1-year-old male child with 

a history since birth managed with an! histamines, oral 

cor! costeroids (betamethasone 0.1 mg/kg/day) in 

tapering doses and topical steroids and an! bio! cs.15 

These cases highlighted the consistent use of 

an! histamines and topical mid-potent cor! costeroids, 

with systemic steroids and an! bio! cs added in select 

cases based on severity. 

Conclusion

This case underscores the importance of considering 

bullous mastocytosis in the diff eren! al diagnosis of 

infan! le vesiculobullous disorders, as ! mely diagnosis 

and appropriate management can prevent morbidity.
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