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Abstract 

Mastocytosis, a chronic disease of unknown etiology, presents with a variety of symptoms, including redness, itching, 
blistering, bloating, abdominal pain, bone pain, fatigue, dizziness, and fainting. Diagnosis is based on the presence of 
an abnormally high number of mast cells in the skin or other tissues of the body. Treatment depends on the severity of 

your symptoms and the extent of the disease. In most cases, it's about controlling symptoms and avoiding triggers for 
mast cell reactions. 
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Introduction 

Mastocytosis is a chronic disease, which can be caused by mutations in 
the KIT gene, which codes for a protein called receptor tyrosine kinase 
(RTK) found on the surface of mast cells. Mutations in the KIT gene can 
cause mast cells to produce too many mast cells, leading to mastocytosis. 
In addition, other risk factors have been identified, such as exposure to 
certain chemicals, radiation, and other diseases of the immune system 
[1,2,3,4]. 

Mastocytosis is classified into two main types: cutaneous mastocytosis 
and systemic mastocytosis. Cutaneous mastocytosis is limited to the skin, 
while systemic mastocytosis can affect multiple organs and systems, 
which can be life-threatening. Most patients with cutaneous mastocytosis 
have a good outlook, while patients with systemic mastocytosis may have 
a reduced life expectancy. [2,5,6]. 

The diagnosis is made through clinical evaluation, however, the 
symptoms are similar to other disorders such as: chronic urticaria, 

Carcinoid syndrome, gastrinoma etc., so a skin biopsy is required [2].  

Treatment for mastocytosis may include antihistamines, corticosteroids, 
medications to reduce mast cell production, and in severe cases, 
chemotherapy. In addition, patients with mastocytosis should avoid 
known triggers of mast cell reactions, such as certain foods, medications, 
and environmental factors [7,2,8]. 

Clinical case: 

A 39-year-old female patient, incomplete secondary school, resident of 
Quito. 

APP: no refiere 

APF: mother with renal impairment 

AGO: G3, P0, C3, A0 

Patient reports that 12 years ago, apparently after a blood transfusion, 

hyperpigmented spots appeared on the neck that caused itching, which 
persisted over time, without receiving treatment, later becoming 
asymptomatic. A week ago, he began to have edema of the lower limbs, 
a burning sensation and pain of the limbs with difficulty in walking.  

Physical exam: 

Dermatosis located in the neck and anterior thorax and abdomen 
characterized by light brown hyperpigmented macules, with regular 
borders in large numbers disseminated. And few macules of the same 

characteristics on the upper extremities (Figures. 1 and 2). 
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Figure: 1 

 

Figure 2 

Presence of erythematoviolaceous lesions plus edema (Figure. 3). 

 

Figure 3 
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In the lower extremities: oedema leaving fovea ++/+++, plus pain on palpation on the soles of the feet (Figure. 4). 

 

Figure 4 

  

Figure 5 

 

Figure 6

Lesions were scheduled for biopsy, which were obtained from 
erythematoviolaceous lesions on the back of the right hand and light 
brown macula on the ventral aspect of the right forearm. 

Laboratory tests showed severe hypochromic microcytic anemia (HB: 
7.80g/dl, HTO: 28.90%, transferrin saturation 3.27%), leukopenia and 
eosinophilia.  

Histopathology: Skin with thin epidermis, dermis with scarce 
perivascular lymphocyte infiltrate, accompanied by isolated polygonal 
cells with broad granular cytoplasm that are metachromatically stained 

with toluidine blue and reactive ectatic capillaries. 

Histochemistry:  Toluidine blue: The presence of mast cells is 
recognized. 

Diagnosis: Compatible With Cutaneous Mastocytosis 

Discussion: 

Mastocytosis is a rare disease characterized by the abnormal 

accumulation of mast cells in various tissues of the body. These mast cells 
are cells of the immune system that release chemicals in response to 
external or internal stimuli, such as allergens or infections. When mast 
cells accumulate excessively, they can cause a variety of symptoms, 
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ranging from rashes and itching to gastrointestinal issues and anaphylaxis 
[9]. 
Most of the time, mastocytosis is a benign disease that mainly affects the 
skin. However, in rare cases, it can affect other organs, including the liver, 

spleen, lymph nodes, gastrointestinal system, and central nervous system 
[8]. 
Although mastocytosis can affect people of all ages, it is most common 
in children and young adults. It is often diagnosed after years of vague, 
recurring symptoms, which can delay treatment and worsen the patient's 
quality of life [2]. 

Conclusion: 

In conclusion, mastocytosis is a rare, rare but significant disease that can 
have a significant impact on the quality of life of those who suffer from 
it. Excessive accumulation of mast cells in various tissues of the body can 
cause a wide variety of symptoms, ranging from rashes and itching to 
gastrointestinal problems and anaphylaxis. 
While diagnosing mastocytosis can be difficult due to the nature of the 

symptoms, it is important to seek medical attention if the disease is 
suspected. Treatment may include measures to control symptoms, such as 
antihistamines and corticosteroids, as well as therapies aimed at reducing 
mast cell accumulation. 
While there is still much to learn about mastocytosis, current research is 
helping to improve our understanding of the disease and develop new 
treatments that can improve patients' quality of life. With early diagnosis 
and proper treatment, many patients can lead full and active lives despite 

mastocytosis. 
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