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INTRODUCTION

Neurofibromatosis type 1 (NF1) is an autossomic dominant condition with 100%
penetrance and variable phenotipic expression. The prevalence of NF1is 1:2000
among alive born and its proportion between male:female is 3:1. The signals of
the disease are cafe-au-lait spots in the skin, Lisch nodules, bone malformations,
neurofibromas and plexiform neurofibromas. Complications like visceral
neurofibroma are present in only 1% of all the NF1 cases being more frequentin
the Gl tract. Considering that the vesical plexiform neurofibromas are extremely
rare, we will describe a case of vesical plexiform neurofibromainachild with NF1.

CASE REPORT

That’s a case of a 4yo male patient who firstly presented an important deviation
atlumbosacralregion, urinary urgency and anal sphincter dysfunction.

The MRI from abdomen and pelvis with contrast revealed dural ectasia and
important thickening of the bladder wall with an amorphous image interposed
between bladder and rectum.

The CT showed voluminous expansive formation in the pelvis, without a well-
defined cleavage plane between rectum and bladder, measuring 10.5x 5.4 x 4.8
cm; poorlyvisualized bladder, inferiorly pushed by the lesion.

The abdominal and pelvic US showed distension of the pelvis and ureters,
suggesting bilateral hydronephrosis, and presence of infiltrative-looking
hyperechoictissue neartheright and posterior wall of the bladder.

Anatomopathological assessment of abdominal fluid, urine and tumor fragments
were performed, and showed no malignant cells and confirmed the diagnosis of
plexiform neurofibroma.

Physical examination showed walking abnormalities, tumors in the right side of
lumbosacral region, cafe-au-lait spots of variable sizes throughout the body,
hypertrichosis in the sacral region, mass in the scrotal sac on the right and
palpable bladder. Based on the signs and clinical findings the NF1 diagnosis was
confirmed. The ophthalmologic evaluation did not demonstrate Lisch's nodules
and the boneinventory haven’t evidentiated any changes.

The boy was submitted to surgery for the removal of the tumor, but no
guimotherapy or radiotherapy was taken.

DISCUSSION AND CONCLUSION

Plexiform neurofibromas are benign tumors of the nerve sheath that involve
fascicles and nerve branches; it usually affects upper trigeminal or cervical nerves
and is histologically characterized by elongated and diffuse fibroids.

The main sites affected by PNF are head and neck (38%), extremities (22%) and
trunk (17%). The involvement of the pelvic region and the genitourinary tract is
uncommon and when present, the bladder is the most frequently affected organ
followed by the upper urinary tract and genital tract. To date, less than 70 bladder
NFP cases have been described in patients with NF1 being 25 cases in children.

The manifestations of the urinary tract neurofibromas are variable, the lower
urinary tract symptoms (LUTS) are the most common, being followed by
asymptomatic hematuria and urinary tract infections (UTI), as well as
asymptomatic peripheral mass. Other manifestations involve urinary retention,
frequency and urgency. The majority of patients present hydronephrosis,

decreased bladder capacity and thickening of the bladder wall. In long-term
disease, urinary complications such as atonia and neurogenic bladder may occur.

Due to the high growth rates of tumors and their origin in the nerve plexuses of
the pelvis, bladder and/or prostate, a continuous network is formed that allows
the tumor to spread and reach other organs. In our case, the patient already had
high urinary tract changes and signs of disseminated disease.

NF1 diagnoses is based on clinical aspects (Table 1) and it’s associated with
significant morbidity and mortality in children and adults and tends to present
higher mortality rates among patients with associated PNF. In addition, patients
with NF1 and PNF have higher frequencies of othertumors related to NF1.

Thus, because NF1 is a very frequent genetic disease, it is necessary to highlight
the need of a correct diagnosis, training general practitioners and pediatricians
skills to identify the signs and symptoms of the disease. Patients with this genetic
disease should be continuously and carefully monitored in order to have
diagnosed and treated the conditions that may lead to irreversible damage, such
as PNF and malignant tumors.

Table 1: Diagnostic criteria for Neurofibromatosis Type 1.

Diagnostic Criteria for Neurofibromatosis Type 1
Presence of two or more of the following features is considered diagnostic

« Six café au lait spots >5 mm in diameter in prepubertal children or >15 mm in postpubertal
children

» Two or more neurofibromas or one plexiform neurofibroma
* Freckling in the axillary or inguinal region

* Optic glioma

* Two or more iris hamartomas (Lisch nodules)

* A distinctive osseous lesion (sphenoid dysplasia or thinning of long bones)

* A first-degree relative with neurofibromatosis type 1
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