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ABSTRACT

Neurofibromatosis or Von Recklinghausen’sdiseaseisarare disease that affectsthe urogeni-
tal systeminitsvisceral form. We report on one case where the patient had a recurring mass |located
in the vesicouterine space that caused irritative urinary symptoms, which was confirmed as uterine
cervix neurofibromafollowing surgery and immunohistochemical study. We stressthe importance of
awideresection of such tumorsand the need for long-term follow-up dueto the high recurrence index

and therisk of malignant transformation.
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INTRODUCTION

Neurofibromatosis or Von Recklinghausen’s
diseaseis apathology that features dominant autoso-
mal transmission caused by a mutation in the NF1
gene, which is located on chromosome 17qg11.2. It
demonstrates 100% penetration but ahighly variable
phenotypic expression (1). Theincidence of systemic
diseaseis 1inevery 3000 births; however, urogenital
involvement is rare, and only about 50 cases with
urinary manifestation have been described, in most
cases featuring involvement of the bladder (2). It is
known that thereisa 12 to 29% (3) risk of malignant
degeneration and so follow-up with such patients is
important, asisresection of thelesion whenever there
is asuspicion of malignant transformation.

CASE REPORT

A 21-year old Caucasian woman previously
diagnosed with Von Recklinghausen’s disease type |
who had undergone 2 previous operations (exeresis
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of neurofibromain her left forearm and retrovesical
neurofibromawith bladder preservation 13 years ear-
lier). She was assymptomatic and had undergone ab-
domina and pelvic computerized tomography (CT)
every 6 months during the first 2 years and subse-
guently every 3 years. Since 2001 she had had irrita
tive urinary symptoms (dysuria, pollakiuria) due to
urinary tract infections (on average every 2 months)
confirmed by urine culture. Physical examination was
normal except for the presence of “café au lait” spots
on her entire body.

An abdominal and pelvic CT was then re-
peated which revealed a homogeneous pelvic mass
in the vesi couterine space causing compression of the
uterus and ureters and promoting thickening of the
bladder wall (Figure-1). Excretory urography showed
dilation in the distal third of the left ureter with a
sharp tapering in the intramural region. Cystoscopy
revealed a large retrotrigonal bulging and the pres-
ence of trigonitis. The patient underwent an explor-
atory laparotomy through an infra-umbilical median
incision. During the intra-operative dissection, we
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Figure 1 —Computerized abdominal tomography showing a pel-
vic mass with indefinite limits between the uterus and bladder,
causing a bulging in the trigone region.

observed that the retrovesical mass showed a cleav-
age plane from the bladder which was affecting the
uterus. We subsequently performed a total hysterec-
tomy with awide lesion re-section.

The pathological study through immunohis-
tochemical analysis with the streptavidin-biotin-per-
oxidase technique evidenced positivity for protein S-
100 and vimentin antibodies, confirming that the le-
sion was a diffuse neurofibroma of the uterine cervix
(Figure-2).
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Figure 2 — Histological study showing spindle cells with fibril-
lar cytoplasm and elongated nuclei characterizing diffuse neu-
rofibroma (HE, X20). Insertion showing nuclear immunoreac-

tivity to protein S100.

COMMENTS

Neurofibromatosis is a hamartomatous dis-
ease of the cell components originating from the neu-
ral crest. Neurofibromas are tumors of the autonomic
peripheral nerves (Schwann cells) and rarely involve
organsintheurogenital system. They most commonly
affect the bladder due to the presence of arich auto-
nomic plexus. The pathogenesis is unknown, how-
ever it is known that there is a considerable risk of
malignant degeneration (from 12 to 29%) which war-
rants clinical follow-up and serial imaging exams
along with tumor exeresisif the mass increases sud-
denly, sincethis could suggest malignant transforma-
tion. Local recurrenceiscommon, especialy inlarge
skin neurofibromas, thus clinical follow-up with CT
is required every 6 months during the first 2 years
and then annually.
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