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CASO CLiNICO

Se presenta el caso de una paciente femenina de 70 afios, sin antecedentes patoldgicos personales
ni familiares de importancia, que acude a consulta de dermatologia con un cuadro cutaneo de 8
afios de evolucion caracterizado por un nddulo exofitico, blando, eucrémico, liso, no mévil, en
region subescapular izquierda, que le ocasiona ardor y prurito. Ademas, se acompaiia a su alre-
dedor de otros nddulos subcutaneos, blandos, pequefios, de color violaceo asintomaticos (Foto 1).

No presentd otras alteraciones al examen fisico.

Foto 1. Nédulo exofitico eucrémico rodeado por ~ Foto 2. Histologia con HE en la que se observa lesién nodular bien
nddulos subcutdneos violdceos en regién esca- delimitada constituida por células alargadas.
pular izquierda.

jCUAL ES SU DIAGNOSTICO?

Se realizé una biopsia incisional de la lesién de mayor tamafio que report6 ortoqueratosis y epi-
dermis irregular. A nivel dérmico: lesién nodular, bien delimitada, constituida por proliferacion de
células alargadas que conservan la relaciéon nicleo-citoplasma, acompariada de algunos mastocitos

y vasos congestivos, sin signos de malignidad (Foto 2). Con base en estos hallazgos histoldgicos
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se catalogd como neurofibroma. En la exploracion oftal-
moldgica, no se evidenciaron ndédulos de Lisch. La va-
loracion neuroldgica no presentd alteraciones. También
se realizé una tomografia computarizada (TC) craneal,
una ecografia abdominal y una radiografia de térax sin
encontrar hallazgos significativos. No existen fami-
liares afectados con lesiones similares. Debido a esto y
a que los neurofibromas se encontraban localizados en
un segmento del cuerpo sin otros signos de enfermedad,
se diagnosticé de neurofibromatosis segmentaria. Se
realizo la exéresis completa de la lesion exofitica con vi-

gilancia periddica de las otras lesiones.

DISCUSION

La neurofibromatosis es una genodermatosis que afecta
la piel, el sistema nervioso o ambos y fue descrita en
1882 por Von Recklinghausen! Se han realizado varias
clasificaciones, una de ellas es la de Ricardi que la cla-
sifica en 7 tipos, entre las que se encuentra la neurofi-
bromatosis segmentaria, también conocida como neu-
rofibromatosis tipo V o neurofibromatosis localizada en
mosaico, que es una forma rara de esta enfermedad en la
que manchas cafe-au-lait y/o neurofibromas aparecen
limitadas a una zona del cuerpo, sin trasfondo familiar?>
Tiene una prevalencia baja de 0,0014 a 0,002% y ocurre
dos veces mas en mujeres y hay un pico bimodal de apa-

ricién entre los 10 y 30 afios y entre los 50 y 70 afios?

El mecanismo de transmisién de esta enfermedad no
esta claro, pero se lo atribuye a una mutacién somatica
poscigética temprana de las células primitivas de la
cresta neural, que afecta al gen NF1, situado en la regién

pericentromeérica del brazo largo del cromosoma 1712

Los neurofibromas son la manifestacién cutanea mas
comun, observandose en el 70% de los pacientes, se-
guido de las manchas cafe-au-lait en el 44% de los casos
y las efélides axilares o inguinales en el 20%, siempre
asociadas a manchas cafe-au-lait! Segtin las manifesta-
ciones clinicas, los pacientes se pueden dividir en cuatro
grupos: con lesiones solo pigmentarias, con solo neuro-
fibromas, con lesiones pigmentarias y neurofibromas y
con neurofibromas plexiformes aisladas3 En la mayoria

de los casos, las lesiones siguen las lineas de Blaschko
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y suelen ser unilaterales y ocupan un solo dermatoma,

pero en el 6% de los casos son bilaterales3

La afectacion sistémica es rara, a excepcion de pacientes con
neurofibromas plexiformes3 Pueden encontrarse neurofi-
bromas en el abdomen, el mediastino y el tracto urogenital.1
Las neoplasias malignas asociadas incluyen cancer de mama,
cancer de colon, cancer gastrico, cancer de pulmén, linfoma
de Hodgkin, tumor de la vaina del nervio periférico, me-
lanoma maligno, siendo los dos tltimos los mds comunes?
Debido a esta frecuencia de asociaciones, es importante rea-
lizar un estudio sistémico en estos pacientes, que incluya
anamnesis, exploracion fisica, evaluacion oftalmoldgica, ex-
ploracién neuroldgica (TC craneal y resonancia magnética) y
estudio de extension (radiografia de térax, ecografia abdo-
minal y mapa dseo), asi como un seguimiento multidisci-

plinar del paciente a largo plazo:

Para el diagndstico se debe correlacionar clinicamente
con los hallazgos histopatoldgicos de los neurofibromas#
El diagndstico diferencial de los neurofibromas se debe
realizar principalmente con schwannoma, leiomioma cu-

taneo, dermatofibroma, nevo lipomatoso y anetodermia#

No existe una guia de manejo y seguimiento de estos pa-
cientes, pero puede realizarse la extirpacion quirirgica
de las lesiones. Sin embargo, son de dificil control debido

a la alta tasa de recurrencia a largo plazo#
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CLINICAL CASE

We present the case of a 70-year-old female patient, with no significant personal or family pa-
thological history, who attended a dermatology consultation with a skin condition of 8 years of
evolution characterized by an exophytic, soft, euchromic, smooth, non-mobile nodule. , in the
left subscapular region, which causes burning and itching. In addition, it is accompanied by
other asymptomatic, small, soft, purplish subcutaneous nodules (Photo 1). There were no other

changes during the physical examination.

Photo 1. Euchromic exophytic nodule surrounded  Photo 2. Histology with HE in which a well-defined nodular lesion
by violaceous subcutaneous nodules in the left made up of elongated cells is observed.
scapular region.

WHAT 1S YOUR DIAGNOSIS?

An incisional biopsy of the largest lesion was performed, which revealed orthokeratosis and irre-
gular epidermis. At the dermal level: nodular lesion, well delimited, constituted by proliferation
of elongated cells that preserve the nucleus-cytoplasm relationship, accompanied by some mast

cells and congestive vessels, without signs of malignancy (Photo 2).
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Based on these histological findings, it was classified
as neurofibroma. In the ophthalmological examination,
no Lisch nodules were evident. The neurological eva-
luation did not show any alterations. A cranial com-
puted tomography (CT), an abdominal ultrasound, and
a chest x-ray were also performed without finding
any significant findings. There are no affected family
members with similar injuries. Because of this and be-
cause the neurofibromas were located in a segment
of the body without other signs of disease, segmental
neurofibromatosis was diagnosed. Complete excision
of the exophytic lesion was performed with periodic

monitoring of the other lesions.

DISCUSSION

Neurofibromatosis is a genodermatosis that affects the
skin, the nervous system or both and was described
in 1882 by Von Recklinghausen! Several classifications
have been made, one of them is Ricardi’s, which clas-
sifies it into 7 types, among which is segmental neuro-
fibromatosis, also known as neurofibromatosis type V
or localized mosaic neurofibromatosis, which is a rare
form of this disease. in which cafe-au-Ilait spots and/or
neurofibromas appear limited to one area of the body,
without a family background> It has a low preva-
lence of 0.0014 to 0.002% and occurs twice as often in
women and there is a bimodal peak of onset between 10

and 30 years of age and between 50 and 70 years of age3

The transmission mechanism of this disease is not
clear, but it is attributed to an early postzygotic so-
matic mutation of the primitive neural crest cells,
which affects the NF1 gene, located in the pericentro-

meric region of the long arm of chromosome 17:2

Neurofibromas are the most common skin manifes-
tation, observed in 70% of patients, followed by ca-
fe-au-lait spots in 44% of cases and axillary or in-
guinal ephelides in 20%, always associated with brown
spots. -au-lait! According to clinical manifestations,
patients can be divided into four groups: with pig-
mentary lesions only, with neurofibromas only, with
pigmentary lesions and neurofibromas, and with iso-

lated plexiform neurofibromas3? In most cases, the le-
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sions follow Blaschko’s lines and are usually unilateral
and occupy a single dermatome, but in 6% of cases

they are bilateral

Systemic involvement is rare, except in patients with
plexiform neurofibromas3 Neurofibromas can be found
in the abdomen, mediastinum, and urogenital tract!
Associated malignancies include breast cancer, colon
cancer, gastric cancer, lung cancer, Hodgkin lym-
phoma, peripheral nerve sheath tumor, malignant me-
lanoma, with the last two being the most common3
Due to this frequency of associations, it is important to
perform a systemic study in these patients, which in-
cludes anamnesis, physical examination, ophthalmolo-
gical evaluation, neurological examination (cranial CT
and magnetic resonance imaging) and extension study
(chest x-ray, abdominal ultrasound and bone map), as

well as long-term multidisciplinary patient follow-up!

For the diagnosis, it must be clinically correlated with
the histopathological findings of neurofibromas# The
differential diagnosis of neurofibromas should be made
mainly with schwannoma, cutaneous leiomyoma, der-

matofibroma, lipomatous nevus and anetoderma#

There is no management and follow-up guide for these
patients, but surgical removal of the lesions can be
performed. However, they are difficult to control due

to the high long-term recurrence rate*
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