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Langerhans Cell Histiocytosis and Mastocytosis:  
A Rare Association
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Introduction

Histiocytoses are rare disorders characterized by dysfunc-

tion or proliferation of mononuclear phagocytic system cells. 

These disorders can affect any organ, with the skeleton, skin, 

and pituitary gland most commonly involved [1]. Mastocy-

toses are marked by the accumulation of clonal mast cells in 

both the skin and internal organs, including the bone mar-

row, spleen, lymph nodes, liver, and gastrointestinal tract [2]. 

Therefore, histiocytoses and mastocytoses are distinct clonal 

diseases, with no documented overlap.

Case Presentation

A 25-year-old male patient presented to the emergency de-

partment (ED) in October 2023 with progressive right-sided 

facial swelling over two months, which had recently pre-

vented him from opening his right eye (Figure 1). A computed 

tomography (CT) scan identified a 2-cm lytic lesion in the 

frontal bone (Figure 2). The patient remained in good health. 

Two days following his ED visit, the patient attended the 

Dermatology Department. Examination revealed pigmented 

macules on his limbs, abdomen, and lower back, which he 

reported having since childhood. Darier’s sign was positive. 

A skin biopsy indicated cutaneous mastocytosis, and serum 

tryptase levels were 1.5 times above normal. Molecular 

analysis detected a KIT D816V mutation in both blood and 

skin samples. In December 2023, curettage of the frontal 

bone lesion revealed Langerhans cell histiocytosis (LCH), 

confirmed by immunohistochemistry and molecular testing 

for a BRAF V600E mutation. Pituitary function tests were 

normal. A chest CT scan showed multiple bilateral punched-

out nodules in the upper lung lobes and scattered centrilob-

ular micronodules, suggesting early pulmonary histiocytosis. 

By June 2024, post-surgical assessments showed resolved fa-

cial swelling. Magnetic resonance imaging (MRI) confirmed 

the stability of the right frontal bone lesion. A follow-up 

chest CT indicated resolution of the pulmonary nodules. All 

laboratory results were normal, except for elevated tryptase 

levels. The patient quit smoking and remained in excellent 

health. In November 2024, repeat MRI of the facial mass 

confirmed the stability of the frontal lesion. Based on these 

findings, treatment for both conditions was deemed unneces-

sary. A biannual follow-up plan was established.
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Figure 2. CT scan identifying a 2-cm lytic lesion in the 

frontal bone.

Conclusion

LCH exhibits a broad spectrum of severity. Treatment strat-

egies are determined by the extent of disease, with localized 

single-system disease often managed through local therapy 

or observation, while multisystemic disease necessitates sys-

temic treatment. This approach has led to improved 5-year 

survival rates of 90% in children and 70% in adults [3]. 

Typically beginning in early childhood, pediatric masto-

cytosis primarily affects the skin and regresses in ~75%  

of cases within six years [4]. However, the lesions can per-

sist. Aggressive forms are symptomatic from the onset [4]. 

Histiocytoses and mastocytoses have occasionally been re-

ported to co-occur [5]. However, the specific coexistence of 

mastocytosis and LCH is exceptional. The literature records 

only a single case involving a young child, who presented 

with LCH affecting the eye and skin at 15 days old, resolv-

ing within two months, followed by the emergence of two 

mastocytomas [5]. The coexistence of LCH and mastocytosis 

in adults remains virtually undocumented. Both diseases in 

our patient currently do not require treatment. However, as 

lesions persist, regular follow-up remains essential.
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Figure 1. Progressive right-sided facial swelling over two months.


