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KJIMHUYECKHUIA CJAYYAN KOJKHOIO MACTOLIMTO3A Y PEBEHKA

For citation: N.A. Belykh A.V. Zakharova . V. Piznyur/ Clinical case of cutaneous mastocytosis in a child. Journal of hepato-gastroenterology
research. Special Issue. pp. 72-74
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AHHOTALUS
Macronuro3 — rpymnmna peakux 3aboyieBaHui, 00YCIOBISHHBIX pa3pacTaHUEM TYYHBIX KJIETOK B Pa3IMYHBIX OpraHax W TKaHsX. B crarbe
MIPE/ICTaBJICHbI JJAaHHBIE O PAcHpPOCTPAHEHHOCTH, KIMHMYECKUX NPOSIBICHUSX M JICYEHHH MAacTOLUTO3a, a TaKKe COOCTBEHHBIC KIMHHYECKUE
HaOmonenust. [pencraBieHHbIH KIMHIYECKUI ciIydail CONepIKUT 0COOEHHOCTH TEUSHHMs JaHHOTO 3a00JIeBaHMs y peOeHKa IepPBOro Tojia KU3HH.
Hauano 3abosieBanusi B paHHeM JETCKOM Bo3pacte (2,5 mecsia) oOyCIOBHIO CJIOXKHOCTH JIMarHOCTHKH 3TOro mporecca. [IpencraBiennoe
KJIMHUYECKOe HAOIOJIEHNE OTPAXaeT aKTyaJbHOCTH IPOOIEMbI B MEIUIIMHCKON npakThuke. CBOEBpEMEHHAs! JHAarHOCTHKA STOr0 3a00JIeBaHMUS
yJIydIIaeT MPOrHO3 U CIOCOOCTBYET yJIyYIIEHHIO Ka4eCTBa )KU3HN PeOCHKA.
KuirodeBble c10Ba: MacTOLMTO3, KIIMHUUECKUH Cilydaii, 1eTH.
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CLINICAL CASE OF CUTANEOUS MASTOCYTOSIS IN A CHILD

ANNOTATION
Mastocytosis is a group of rare diseases caused by the proliferation of mast cells in various organs and tissues. The article presents data on the
prevalence, clinical manifestations and treatment of mastocytosis, as well as own clinical observations. The presented clinical case contains the
features of the course of this disease in a child of the first year of life. The onset of the disease in early childhood (2.5 months) led to the complexity
of the diagnosis of this process. The presented clinical observation reflects the relevance of the problem in medical practice. Timely diagnosis of
this disease improves the prognosis and contributes to improving the quality of life of the child.
Key words: mastocytosis, clinical case, children.

Mastocytosis is a group of haematological neoplasms characterized The disease was first described in 1896 by E. Nettleship and W. Tay
by the accumulation and activation of atypical mast cells in one or more  as a case of urticaria in a 2-year-old girl with greyish-brown spots on
organs/tissues [1]. In children, the disease is cutaneous, while in adults  the skin. In 1878, A. Sangster suggested the name “pigmentary
it is systemic and includes bone marrow damage and/or other internal  urticaria”. [3]. It was under this name that the disease became firmly
organs [2]. established in medical practice. In 1887, P. Unna identified the
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histological nature of the disease, and the term “mastocytosis” was
coined in 1936 by A. Sezary [4].

Mastocytosis is considered to be an orphan disease. The true
prevalence of mastocytosis in the general population is currently
unknown. No epidemiological studies have been conducted to
determine the exact incidence and prevalence of mastocytosis in the
general population. In the United States of America, up to 200 000
people have the pathology, in the United Kingdom, 1 per 150 000, with
a male to female ratio of 1:1 to 1:3 [5]. In 70-75% of cases, the disease
first appears in children between 1 and 12 months of age, but it can also
occur in newborns and at an older age. Cutaneous forms in Russia are
most common in the Caucasus.

The classification of mastocytosis (WHO, 2016) includes the
following clinical variants: cutaneous, systemic mastocytosis, and
localized mast cell tumours [2]. In the cutaneous variant, mast cell
accumulation is limited to the skin, whereas in systemic mastocytosis,
internal organs, including bone marrow, are affected. Among the forms
of cutaneous mastocytosis are cutaneous mastocytosis are cutaneous
patchy-papular mastocytosis (PPMC), pigmented urticaria (utricaria
pigmentosa), diffuse cutaneous mastocytosis and cutaneous
mastocytoma. PPMC is the most common form of cutaneous
mastocytosis at any age, but most commonly manifests in the first half
of life. This form of mastocytosis can occur in monomorphic and
polymorphic variants. The monomorphic PPMC has a predominatly
long-term progradient course, whereas the polymorphic variant has a
favourable prognosis with a high probability of spontaneous regression
[7].

In monomorphic PPMC, small, round, mostly flat, brown or red,
patchly-papular rashes usually occur symmetrically on the body, except
for the face, palms and soles. The number of lesions varies from solitary
to multiply [8]. In the polymorphic variant of PPMC, the lesions are
larger, of varying sizes, and are asymmetrically arranged on the body.
The colour, shape and volume of the lesions may vary, but most often
they are patches, plaques or nodules. A characteristic feature of the
polymorphic form of PPMC in children, unlike in adults, is the
localization of lesions on the scalp (lateral forehead), neck and
extremities. Nodules seen in infants may transform into plaques or
papules by the age of 5-10. Polymorphic PPMC usually regresses
spontaneously during puberty, and systemic mastocytosis may be
diagnosed in the monomorphic variant.

Extensive skin lesions in young children show elevated serum
tryptase levels, which usually decrease with time. According to L.
Alvarez-Twose et al. (2012), the polymorphic variant of PPMC is
characterised by lower serum tryptase levels and a favourable outcome
compared to the monomorphic variant of PPMC [9]. Circulatory
symptoms (tachycardia, hypotension, etc.) are often present in cases of
elevated tryptase levels with extensive skin lesions [12].

Children with mastocytosis may suffer from gastrointestinal (up to
40%), respiratory (13%) and neurological (6-18%) [10, 11]. Up to 9%
of children may have anaphylaxis [13].

To date, a pathogenetic therapy for mastocytosis has not been
developed; mainly symptomatic treatment (oral 2nd generation
antihistamines and calceneurin inhibitors) is recommended. In
mastocytoma associated with hyperaemia of hypotension following
mechanical irritation, surgical treatment is possible [12].

The following is a clinical case study.

Patient D., born in 2020, of Slavic ethnicity. From the medical
history it is known that he is a boy from the 3rd pregnancy, the 1st
pregnancy was medical abortion, the 2nd pregnancy ended in childbirth
(healthy girl born in 2014). This pregnancy occurred against a
background of acute respiratory viral infections in the 2nd trimester,
chronic pyelonephritis, obesity of grade 1. Throughout the pregnancy,
the mother has bad habits (smoking and drinking alcoholic beverages).
The childbirth was the 2nd, urgent. Maternal weight at birth was 2640
g, body length — 47 cm, head circumference — 33 cm, chest
circumference — 31 cm, Apgar score — 7/8. The child was discharged
from the maternity hospital on the 5th day, neonatal jaundice was noted
during the neonatal period. The boy grew and developed according to
his age and was breastfed until 2 months of age. He was vaccinated with
BCG-M in the maternity ward, but was not subsequently vaccinated due
to the mother’s refusal. There was no history of allergy.

At the age of 2 months during a routine examination in a paediatric
outpatient clinic the paediatrician described a slight icterichia of the
skin. In the general blood test there was anaemia of grade 1 (Hb — 101
g/1), eosinophilia (12%); general urinalysis — without pathology, co-
program — normal. The biochemical blood test showed increased level
of total bilirubin at the expense of indirect bilirubin (36, 1-4, 3-81
mmol/l). Examination: ultrasound of abdominal organs, hip joints,
neurosonography — no pathology. EchoCG — open oval window,
hemodynamics is normal. The boy was examined by narrow specialists:
neurologist — muscular dystonia, surgeon — inguinal hernia on the right
side, ophthalmologist — healthy.

According to the anamnesis, it was established that at 2.5 months of
age the child began to have a rash of the skin of the abdomen in the area
of the left upper quadrant. Elements were elevated above the skin
surface, purplish-red in colour, irregularly shaped, inclined to
coalescence, 0.5-0.7 cm in diameter. The rashes periodically reddened
and swelled with friction, bathing in warm water. The local
paediatrician treated the rash as an abdominal haemangioma.

At the age of 3 months, the child was consulted by a dermatologist
of the Region Clinical Skin and Venereological Dispensary and a
positive Darius-Unna symptom (redness and swelling when rubbing the
elements) was described. The diagnosis was: mastocytosis; pigmentary
urticaria. The child was prescribed phenistil for 2 weeks in an age-
appropriate dose and emollients for external therapy.

At the age of 4 months, new elements appear of the right-hand side,
purplish-red, irregularly shaped, tending to coalesce, 0.5 cm in diameter.

No new skin lesions were observed at a follow-up examination
within 6 months (Figure.). The patient continues to be monitored
dynamically.

Figure. A child with pigmented urticaria at the age of 6 months.
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Conclusion before the age of 2. Because of the likelihood that cutaneous
Cutaneous mastocytosis often occurs in the guise of various skin ~ mastocytosis will become systemic at an older age, the child suffering
diseases, so early diagnosis is very important. A favourable outcome is  from the disease should be monitored.
typical in children with a typical course of the disease and when it occurs
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