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INTRODUCCION

RESUMEN

La mastocitosis cutanea es una enfermedad rara caracterizada por la
proliferacién clonal de mastocitos, principalmente en la piel. En neo-
natos pretérmino puede confundirse con otras patologias cutaneas,
siendo un gran desafio diagnéstico. Presentamos el caso de un recién
nacido pretérmino gemelar con lesiones cutaneas generalizadas desde
el nacimiento. Inicialmente, el diagnéstico fue de histiocitosis cutanea
basado en hallazgos histopatolégicos. Sin embargo, a los 11 meses,
la aparicion del signo de Darier y una segunda biopsia confirmaron
mastocitosis cutanea. El manejo consistié en antihistaminicos y me-
didas generales. Durante 10 afios de seguimiento, el paciente mostr
ausencia de compromiso sistémico. El diagnéstico diferencial inicial
incluyé histiocitosis cutanea, destacando la importancia de repetir es-
tudios diagnésticos cuando los hallazgos clinicos y patolégicos no son
concordantes. Este caso resalta que la mastocitosis cutanea pediatrica
puede presentarse desde el nacimiento y requiere una elevada sos-
pecha diagnoéstica para evitar diagnosticos erréneos y manejar adecua-
damente la evolucién clinica. La evolucion benigna observada en este
caso refuerza la naturaleza autolimitada de la mastocitosis cutanea pe-
diatrica, aunque enfatiza la necesidad de un seguimiento prolongado
para detectar posibles progresiones sistémicas. Este reporte contribuye

a la escasa literatura sobre mastocitosis en neonatos pretérmino.

La mastocitosis abarca un grupo heterogéneo de enferme- tario y mastocitosis cutanea difusa. La mastocitosis ma-
dades caracterizadas por la proliferacion clonal de masto- culopapular es la variante pediatrica mas frecuente, con
citos en diversos drganos, siendo la piel la localizaciéon mas mediana de inicio a los 3 meses y presentandose antes de

comun, aunque la mastocitosis cutanea es raral?

los 2 afios en el 94% de los casos. Los sintomas mas co-

En nifios, las formas mas comunes incluyen mastocitosis munes son el signo de Darier en el 86.7% de los pacientes,

maculopapular (urticaria pigmentosa), mastocitoma soli-
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prurito en el 43% y manifestaciones como flushing y arngullas:
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También se describen sintomas sistémicos como diarrea y
dolor abdominal, con una relacién directa entre el nimero

de lesiones y el compromiso sistémico3

El signo de Darier, considerado patognoménico, se ca-
racteriza por un habén tras la friccién de la lesion, pu-
diendo desencadenar sintomas sistémicos agudos por
liberaciéon de mediadores mastocitarios, especialmente
en lesiones grandes o con formacion de ampollas, ob-

servada en lactantes y nifios pequefios#

Los niveles de triptasa sérica, marcador de compromiso
sistémico, son sospechosos si superan los 20 ug/L. En
menores de 2 afios, el 66% presenta niveles <6.6 ug/L,
mientras que valores >30.8 ug/L se asocian a mayor sin-

tomatologia sistémica?

El diagndstico de mastocitosis cutanea se basa en la
evaluacion clinica de lesiones, signo de Darier positivo

y biopsia cutanea’

El manejo se centra en controlar sintomas y prevenir
desencadenantes, como cambios de temperatura, ciertos
alimentos y medicamentos. Los antihistaminicos con-

trolan el prurito, mientras que en casos severos se usan

Figura 1. Presentacién inicial 5 meses
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corticosteroides topicos o sistémicos y terapias dirigidas

seglin la extension de la enfermedad?

En recién nacidos y nifios pequerios, la mastocitosis cu-
tdnea suele ser benigna y resolverse espontaneamente,
aunque requiere seguimiento para monitorear su evo-

lucidn y ajustar el manejo35¢

Los reportes de mastocitosis en recién nacidos pre-
término son escasos, lo que motivé la presentacion de
este caso clinico como un desafio diagnéstico y su evo-

lucién tras 10 afios de seguimiento.

CASO CLiNICOD

RN pretérmino (embarazo gemelar bicorial biamniético),
es evaluado a los 5 meses de edad cronolégica por le-
siones generalizadas presentes desde el nacimiento. Al
examen fisico, lesiones papulares solevantadas, de co-
loracién amarillo-marrén o marrén rojiza, algunas ero-
sionadas, que confluyen formando placas que miden
desde 5 mm a 2 cm, localizadas en cara, tronco, ex-
tremidades superiores e inferiores, sugerente de una
erupcion infiltrativa generalizada, sin compromiso del

estado general (figura 1).

A Compromiso facial, B, Compromiso tronco v genitales, . Compromiso extremidad
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Se realiza estudio con laboratorio general con resultados
normales y se realiza biopsia, cuyo informe histopato-
légico fue sugerente de histiocitosis cutdnea de tipo in-
determinado con estudio inmunohistoquimico con re-

accion negativa S-100 y CD1a.

Se solicitan niveles de triptasa sérica: 19.20 ug/L. Se
realiza estudio de imagenes: ecografia abdominal y ra-
diografias de extremidades superiores e inferiores sin

hallazgos patoldgicos.

Figura 2. Signo de Darier.

Figura 3. Evolucién clinica, 5 afios.
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En evaluacion clinica a los 11 meses aparece signo de
Darier (+) en una lesién del dorso (fig 2), lo que hace
cuestionar el diagndstico anatomopatolégico y re-

plantear la sospecha un cuadro de mastocitosis.

Se realiza una nueva biopsia con tincién de Giemsa y
microscopia electrénica de transmision que confirma

una mastocitosis cutanea.

El paciente ha evolucionado con disminucién de lesiones cu-
taneas a los 5 afios (fig 3), en seguimiento durante 10 afios en
controles cada 6 meses, con manejo general en base a dieta y
antihistaminicos, manteniendo sus niveles de triptasa sérica

normales, sin evidencia de compromiso sistémico.

DISCUSION

A pesar de la aparicion caracteristica de la enfermedad,
lo interesante de este caso es que aparece en un recién
nacido de pretérmino gemelar que inicialmente se con-
funde clinica e histopatolégicamente con una histioci-
tosis. La evolucion benigna y el signo de Darier fueron

clave en la sospecha clinica.

A, Compromiso facial. B. Compromiso tronco. C. Compromiso extremidad
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La mastocitosis cutanea, especialmente en su forma ma-
culopapular, es la presentacion mas comun en pediatria y
generalmente aparece en los primeros meses de vida. En
este caso, las lesiones estaban presentes desde el naci-
miento, lo cual es menos comtin segtn la literatura, donde
el inicio suele ser a los 3 meses en la mayoria de los casos.
La presencia desde el nacimiento plantea la posibilidad
de una forma congénita, lo que refuerza la importancia
de incluir esta patologia en el diagnéstico diferencial de
lesiones cutaneas en neonatos, especialmente cuando las

caracteristicas son persistentes y generalizadas.

Las lesiones en este paciente se describen como papu-
lares solevantadas, de color amarillo-marrén o marron
rojizo, algunas con erosiones y formando placas. Estas
caracteristicas coinciden con la descripcion clasica de las
lesiones en mastocitosis cutanea. La aparicion posterior
del signo de Darier a los 11 meses confirmd el diag-
ndstico clinico. Este signo, considerado patognomanico,
aparecio relativamente tarde, lo que subraya que la au-
sencia inicial no excluye la enfermedad y que la evo-
lucién clinica y la correlacién anatomopatoldgica ade-

cuada son fundamentales para establecer el diagndstico.

El caso ilustra los desafios en el diagndstico temprano
de mastocitosis cutanea, especialmente en recién na-
cidos. Inicialmente, el diagndstico diferencial incluy6
histiocitosis cutanea, lo cual es razonable dado el patron
de infiltracion observado en la biopsia inicial. La his-
tiocitosis cefalica benigna (HCB) es una histiocitosis de
células no Langerhans poco comun que se desarrolla
durante la infancia o la nifiez temprana, que puede con-

fundir o plantear un posible diagndstico diferencial?:%2

Adicionalmente, los niveles de triptasa sérica, nor-
males en este paciente, fueron utiles para descartar

compromiso sistémico temprano.

La evolucion del paciente durante 10 afios sin evidencia
de compromiso sistémico y con manejo conservador es
consistente con el curso benigno de la mastocitosis
cutanea en pediatria. La resolucion espontanea no fue
observada completamente, ya que las lesiones per-
sistieron durante la infancia, aunque se mantuvieron

controladas con antihistaminicos y medidas generales.
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CONCLUSION

Este caso enfatiza la importancia del seguimiento
clinico y diagndstico preciso en neonatos con le-
siones cutaneas persistentes. La mastocitosis cutanea,
aunque infrecuente, puede presentar retos diagnos-
ticos significativos, y la confirmacién requiere corre-
lacién clinica, histoldgica y de laboratorio. La evolucién
benigna observada en este paciente refuerza la natu-
raleza autolimitada de la enfermedad en la mayoria de
los casos pedidtricos, pero subraya la necesidad de un

manejo integral y monitoreo a largo plazo.

CONSENTIMIENTO INFORMADO

El paciente incluido en este estudio y su representante han
firmado el consentimiento informado, aprobando el uso
de sus imdgenes y datos clinicos exclusivamente con fines
de investigacion y publicacion cientifica. Se garantiza que
no se han proporcionado datos personales ni se han uti-

lizado fotografias que permitan su identificacion.
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ABSTRACT

Cutaneous mastocytosis is a rare disease characterized by the clonal

proliferation of mast cells, mainly in the skin. In preterm neonates, it

can be confused with other skin pathologies, being a great diagnostic

challenge. We present the case of a twin preterm newborn with genera-

lized skin lesions from birth. Initially, the diagnosis was cutaneous his-
micael lielmetti@gmail.c tiocytosis based on histopathological findings. However, at 11 months,
the appearance of Darier’s sign and a second biopsy confirmed cuta-
neous mastocytosis. Management consisted of antihistamines and ge-
neral measures. During 10 years of follow-up, the patient showed no
systemic involvement. The initial differential diagnosis included cuta-
neous histiocytosis, highlighting the importance of repeating diagnostic
studies when the clinical and pathological findings are not concordant.
This case highlights that pediatric cutaneous mastocytosis can present
from birth and requires a high diagnostic suspicion to avoid misdiag-
nosis and adequately manage the clinical course. The benign course ob-
served in this case reinforces the self-limiting nature of pediatric cu-
taneous mastocytosis, although it emphasizes the need for prolonged
follow-up to detect possible systemic progressions. This report con-

tributes to the scarce literature on mastocytosis in preterm neonates.

INTRODUCTION

Mastocytosis encompasses a heterogeneous group of di-
seases characterized by clonal proliferation of mast cells
in various organs, with the skin being the most common

location, although cutaneous mastocytosis is rare*>

In children, the most common forms include maculo-

papular mastocytosis (urticaria pigmentosa), solitary
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mastocytoma, and diffuse cutaneous mastocytosis. Ma-
culopapular mastocytosis is the most common pediatric
variant, with a median onset of 3 months and occurring
before 2 years of age in 94% of cases. The most common
symptoms are Darier’s sign in 86.7% of patients, pruritus
in 43% and manifestations such as flushing and hlisters

Systemic symptoms such as diarrhea and abdominal pain

-017
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are also described, with a direct relationship between the

number of lesions and systemic involvement3

Darier’s sign, considered pathognomonic, is characte-
rized by a wheal after the friction of the lesion, which
can trigger acute systemic symptoms by release of mast
cell mediators, especially in large lesions or with blis-

tering, observed in infants and young children#

Serum tryptase levels, a marker of systemic invol-
vement, are suspect if they exceed 20 ug/L. In children
under 2 years of age, 66% have levels <6.6 ug/L, while
values >30.8 ug/L are associated with greater systemic

symptoms2

The diagnosis of cutaneous mastocytosis is based on
clinical evaluation of lesions, positive Darier sign, and

skin biopsy>

Management focuses on managing symptoms and pre-
venting triggers, such as temperature changes, certain
foods, and medications. Antihistamines control pru-
ritus, while in severe cases topical or systemic corticos-
teroids and targeted therapies are used depending on

the extent of the disease$

Figure 1. Initial presentation 5 months

M. Guglielmetti et al.

In newborns and young children, cutaneous masto-
cytosis is usually benign and resolves spontaneously,
although it requires follow-up to monitor its evolution

and adjust management35°

Reports of mastocytosis in preterm newborns are scarce,
which led to the presentation of this clinical case as a
diagnostic challenge and its evolution after 10 years of

follow-up.

CLINICAL CASE

Preterm newborn (biamniotic bichororial twin preg-
nancy) is evaluated at 5 months of chronological age for
generalized lesions present from birth. On physical exa-
mination, raised papular lesions, yellow-brown or red-
dish-brown, some eroded, converging to form plaques
measuring from 5 mm to 2 cm, located on the face,
trunk, upper and lower extremities, suggestive of a ge-
neralized infiltrative rash, without compromise of ge-

neral condition (Figure 1).

A study was performed with a general laboratory with
normal results and a biopsy was performed, whose

histopathological report was suggestive of cutaneous

A. Facial involvement B. involvement of the trunk and genitals. C. Involvement of the extremities.
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histiocytosis of an indeterminate type with an im-
munohistochemical study with a negative S-100 and
CD1a reaction.

Serum tryptase levels are requested: 19.20 ug/L.
Imaging studies were performed: abdominal ultrasound
and x-rays of upper and lower extremities without pa-

thological findings.

Figure 2. Darier sign

Figure 3. Clinical evolution, 5 years

Case Report

On clinical evaluation at 11 months, Darier’s sign (+)
appears in a lesion of the dorsum (Figure 2), which
raises questions about the pathological diagnosis and
raises the suspicion of mastocytosis.

A new biopsy was performed with Giemsa stain and
transmission electron microscopy that confirmed cuta-

neous mastocytosis .

The patient has evolved with a decrease in skin lesions
at 5 years (Figure 3), followed up for 10 years in controls
every 6 months, with general management based on diet
and antihistamines, maintaining normal serum tryptase

levels, with no evidence of systemic compromise.

DISCUSSION

Despite the characteristic appearance of the disease,
the interesting thing about this case is that it appears
in a twin preterm newborn that is initially clinically
and histopathologically confused with histiocytosis.
The benign course and Darier’s sign were key in the
clinical suspicion.

A. Facial involvement B. involvement of the trunk and genitals. C. Involvement of the extremities.
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Cutaneous mastocytosis, especially in its maculopa-
pular form, is the most common presentation in pe-
diatrics and usually appears in the first months of life.
In this case, the lesions were present from birth, which
is less common according to the literature, where the
onset is usually at 3 months in most cases. The pre-
sence from birth raises the possibility of a congenital
form, which reinforces the importance of including
this pathology in the differential diagnosis of skin le-
sions in neonates, especially when the characteristics

are persistent and generalized.

The lesions in this patient are described as raised pa-
pular, yellow-brown or reddish-brown, some with
erosions and forming plaques. These characteristics
coincide with the classic description of lesions in cu-
taneous mastocytosis. The subsequent onset of Darier’s
sign at 11 months confirmed the clinical diagnosis. This
sign, considered pathognomonic, appeared relatively
late, which underlines that the initial absence does not
exclude the disease and that the clinical course and the
appropriate pathological correlation are essential to es-

tablish the diagnosis.

The case illustrates the challenges in the early diagnosis
of cutaneous mastocytosis, especially in newborns.
Initially, the differential diagnosis included cutaneous
histiocytosis, which is reasonable given the pattern
of infiltration observed in the initial biopsy. Benign
cephalic histiocytosis (BCH) is a rare non-Langerhans
cell histiocytosis that develops during infancy or early
childhood, which may confound or raise a possible di-

fferential diagnosis?®9

Additionally, serum tryptase levels, normal in this pa-

tient, were useful to rule out early systemic involvement.

The patient’s evolution over 10 years without evidence
of systemic involvement and with conservative mana-
gement is consistent with the benign course of cuta-
neous mastocytosis in pediatrics. Spontaneous reso-
lution was not fully observed, as the lesions persisted
during childhood, although they were kept under

control with antihistamines and general measures.

M. Guglielmetti et al.

CONCLUSION

This case emphasizes the importance of clinical fo-
llow-up and accurate diagnosis in neonates with per-
sistent skin lesions. Cutaneous mastocytosis, although
rare, can present significant diagnostic challenges, and
confirmation requires clinical, histological, and labo-
ratory correlation. The benign course observed in this
patient reinforces the self-limiting nature of the disease
in most pediatric cases, but underscores the need for

comprehensive management and long-term monitoring.

INFORMED CONSENT

The patient included in this study and their represen-
tative have signed the informed consent, approving the
use of their images and clinical data exclusively for re-
search and scientific publication purposes. It is gua-
ranteed that no personal data has been provided and no

photographs have been used to allow identification.
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