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LATE ONSET SEGMENTAL NEUROFIBROMATOSIS
(MOSAIC NEUROFIBROMATOSIS TYPE 1): A CASE REPORT WITH REVIEW OF
LITERATURE
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ABSTRACT

Segmental neurofibromatosis (SNF) is a rare manifestation of neurofibromatosis. Very few cases
have been reported in older population. Here, we present a case of 73 year old male with four years
history of multiple, skin coloured, dome shaped, soft nodules situated over left lumbar region.
The histopathological evaluation of the excised nodule revealed neurofibroma. Recognition of this
condition is important, as there may be associated systemic involvement, malignancies and possibility
of transmission to the offspring.
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INTRODUCTION

Segmental neurofibromatosis (SNF) is a rare
manifestation of neurofibromatosis characterized
by cutaneous lesions usually limited to one body
region, and an absence of systemic complication in
the majority of patients.! The estimated prevalence
of SNF in the general population is 1 in 36,000-40,000
individuals.??

InSNF,thereisariskofdeveloping neurofibromatosis
type 1 (NF1) in the offspring with systemic
involvement like oculocutaneous lesions, bony
abnormalities, seizure, and learning difficulties.**

CASE REPORT

A 73 years old male, presented in Dermatology
Outpatient Department with four years history of
skin lesions distributed over the left lower abdomen.
The lesions were asymptomatic, however he was
curious about the prognosis. He was unmarried and
there was no history of similar lesions in his siblings
and parents.

On cutaneous examination, multiple soft to firm,
scattered, dome shaped skin coloured nodules
ranging 3-10mm in size were seen in the left lumbar
region (Fig. 1). Few of them showed a positive
button hole sign. He did not have any ocular, bony
or cutaneous features of NF1.

Fig. 1: Multiple skin coloured dome shaped nodules
over left lumbar region with an electrofulguration
scar in situ.

Electrofulguration of the base of one of the lesion
was done. Thus, the sample obtained was sent for
histopathological examination. Histopathological
examination with Hematoxylin and Eosin (H & E)
stained slide showed a well circumscribed mass
composed of a haphazard proliferation of spindle
cells in the dermis. These cells were uniform with
elongated wavy nuclei showing pointed ends and
moderate cytoplasm. The periphery of the tumor
showed fibrillary background. There was no
evidence of dysplasia/malignancy (Fig. 2).

= BB O/ =Y
=k g e .
b ‘- f 4 :"" 'l'lir -I"tl ﬂ"’
Siap e A, Sl
.J'* [ . -': g ‘.‘ 1 “JJ L
L] o =
4 h.‘hr; et 't‘
g \ f s A
e 1 - oo
g 7 P i \ s
¥ 'I_‘_ .“ p ‘|‘z i -t‘.: j‘*
= “rwt e R T
-‘1’ -i"’ F # ’ *.-"r £
g ™ M {| g, ety NN Tows 'y R
¥ - b A . " r Y
. S " " "'j""'- - “-l'
\ i i ﬂ‘., M
N g et aig )
By A'F-D Ry a0 W

Fig. 2: Uniform spindle cells with elongated

wavy nuclei showing pointed ends and moderate

cytoplasm in a haphazard background in the dermis.
(H&E stain, x 400)

According to clinical and histopathologic features,
the diagnosis of SNF was made. Chest X-ray PA
view showed patchy radio opacity in the right lung
upper zone. An apical chest X-ray was advised,
which showed features of calcified focus in right
upper lobe, suggestive of an old healed granuloma.
Ultrasonography of the abdomen and pelvis showed
normal findings.

Surgical removal of the skin lesions was suggested
as a treatment modality for aesthetic purpose. A
regular medical surveillance was advised.

DISCUSSION

Riccardi established the diagnostic criteria for
SNF: pigmentary abnormalities, which includes
café-au lait macules and/or axillary freckles, and/
or neurofibromas in a single unilateral segment
of the body, with no crossing of midline, no family
history of neurofibromatosis and no systemic
involvement.® Roth et al® further divided SNF into
four subtypes: true segmental, localized with deep
involvement, hereditary, and bilateral. Segmental
neurofibromatosis is also categorized according
to the observed clinical manifestations into
pigmentary anomalies only, pigmentary anomalies
and neurofibromas, neurofibromas only, and
plexiform neurofibromas only.2” The most common
presentation of SNF is neurofibroma alone, often in
a dermatomal distribution.??

Genetic testing has proven SNF to be the result of a
postzygotic NF1 gene mutations, and the phenotype
appropriately called mosaic neurofibromatosis
type 1 (MNF1).2” Based on the distribution of the
lesions, the MNF1 can be categorized as localized
or generalized. Localized MNF1 denotes clinical
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findings in one segment of the body. In generalized
more than one segment of the body is involved,
while still in a segmental configuration.?

Individuals with MNF1 may have gonadal mosaicism
and offsprings with complete NF1.° In the individual
case reports of a systematic review on MNF1,
majority of cases had neurofibromas only. Also, the
cases that presented at the oldest age was the group
with neurofibromas only.*

The incidence of malignancy in patients with MNF1
is approximated to be 5.3%.'* There are very few
reported cases of late onset MNF1 associated with
internal malignant tumors.'>!* Dang et al*? reported
a 57 years old male with SNF of the distal arm, who
had developed Hodgkin Lymphoma. Another case
of SNF in a 66 years old male with meningioma
and gastric MALT lymphoma was reported by
Bruker et al.'® Yalcin et al* reported a 75 years old
female with SNF and the concomitant appearance
of bronchoalveolar carcinoma of left lower lobe.

An age appropriate and closer screening in adults
with SNF is required as there may be systemic
associations and increased risk for malignancies
than the general population.®®

This case describes a subtle finding of SNF to which
a dermatologist may be exposed. In a suspected SNF
patient, a thorough family history with a clinical
examination must be undertaken. More specific
investigations and workup may be required. In
the reported case, no any associated systemic
involvement or internal malignancies were found.
A long term follow up is recommended for a better
knowledge of the clinical course and prognosis of
the condition.

There are no specific management guidelines for
SNF in the literature. The patient must be informed
that SNF is not a generalized form of NF1. Also, such
patient should be informed about the small risk of
having a child with generalized NF1 in the future.
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