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ABSTRACT

The Von Recklinghausen disease or neurofibromatosis type 1 (NF1) is an exceptional autosomal dominant multisystem
disorder.

This disease manifests by cutaneous (café-au-lait spots) and neurological (neurofibromas) symptoms. A malignant progres-
sion is rare but justify a long-term observation and multidisciplinary management.

We report in this study a 55-year-old female patient who consulted in surgical department for a swelling in her left part of
the neck revealing a Von Recklinghausen disease.
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Neurofibromatosis type 1 (NF1) or Von Recklinghausen disease is an autosomal dominant multisystem disorder with a nearly even

split between spontaneous and inherited mutations.

Clinically, the dermic café-au-lait macula and tumors located along the nerves, called neurofibromas are classic manifestation.
Complications depend on size, number and localization of these neurofibromas.

The diagnosis of NF1 is based on the clinic.

We report the case of a 55-year-old woman who consults for a right cervical mass measuring 16 cm revealing a Von Recklinghausen
disease.

A 55-year-old female patient,with history of a toxic multi-nodular goiter taking anti-thyroid synthetics, presented a rapidly growing
swelling on her left side of the neck of three-month duration.

Physical examination revealeda single big, fluctuant and painless swelling without defined borders in the left part of the neck,

without invasion of the skin the latero-cervical lymph nodes were normal.

Cervical scan performed detected a big irregular and unlimited tumoral mass measuring approximately 17-13-12 cm with spon-
taneous central hyperdense area showing intratumor hemorrhage. this mass has heterogeneously enhanced after intravenous
injection, with a central neovascularization.

The diagnosis of neurofibroma on neurofibromatosis type 1 was suspected.

Surgical exploration of our patient found a 16 cm mass of the upper carotid region without vascular nor nerve invasion, and exclud-
ed any sign of malignant transformation (no lymphadenopathy nor adhesion to adjacent tissue). Total Excision of the mass with
preservation of vascular axis and nervous structure.

The postoperative course was uneventful, and the patient was discharged on the 5th postoperative day in good general condition.

Anatomopathological and immuno-histochemical study confirmed the diagnosis.

At the date, the patient is still without signs of recurrence two years after surgery.

Plexiform neurofibroma is a rare,benign and peripheral nerve sheath tumor,it arises from conjunctival perineural cells. [2] it is
nearly pathognomonic for neurofibromatosis; this lesion affects 24-32% of NF1 patients [5]. An isolated plexiform neurofibromas

without an NF1 is rare [2]

Plexiform neurofibromas carries an increased risk of malignant transformation estimated at 10 — 15% [4]. It is anunencapsulated
tumor with infiltrative pattern of surrounding structures: nerve trunks of the different plexus and their dividing branches, adipos-

etissue and muscle. [2]

The origin of cervical neurofibromas is cranial nerves [1] or the cervical or brachial plexus [6]. Craniofacial localization is rare esti-
mated at 3 to 7% of cases of neurofibromatosis type |,
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The excision sacrifices often vascular or nerve structures taken by the tumor. [1]

The diagnosis criteria of NF1 is clinical and is based on the NIH (National Institutes of Health).

Diagnosis criteria for NF1 (NIH)

The presence of > 2 criteria

> 6 café-au-lait maculae > 5mm in their largest diameter before puberty or >15mm after puberty
> 2 neurofibromas of any type or 21 plexiform neurofibroma

Axillaror inguinal « éphélides »

1 glioma of the optical pathways

> 2 Lisch nodules

> 1 characteristic bone lesion:

sphenoid dysplasia, thinning of long bone cortical with or without pseudarthrosis...

Diagnostic criteria for NF1 (NIH)

Diagnosis selected in the presence of >2 clinical criteria

> 6 coffee-to-milk spots > 5mm in their largest diameter in prepubescent or >15mm individuals after puberty
> 2 neurofibromas of any type or >1 plexiform neurofibroma

axillary or inguinal "ephhelides”

1 glioma of the optical pathways

> 2 Lisch nodules

> 1 characteristic bone lesion:

sphenoid dysplasia, thinning of the cortical long bones with or without pseudarthritis...

> 1 Ist degree parent with NF1 according to previous criteria

Anatomopathological and immuno-histochemical studyconfirmation is essential, especially without suggestive context of neurofi-

bromatosis type | [5]. S100 and CD34 markers are crucial.

Ultrasonography detects a cluster shape mass, hypo-echogenic well limited, oriented along the a nerve trunk, cystic formations as

well as posterior reinforcement are observed in 70% of cases. [2]

They can be confused withpathological lymph nodes [5].

The CT scan show nodular, fusiform or cluster images, less dense than muscle (20-30UH) This low density is presence of lipid inclu-
sions in Schwann cells, fat cells, cystic degeneration and a myxoid stroma explains this low density. after intravenous injection, the
tumor enhances heterogeneously or homogeneously. [2]

Magnetic resonance imaging sequences is the reference radiological examination, showing a tumoral masshypo signal T1, hyper
signal T2 with a pathognomonic central; hypo signal and cockade shape when it is voluminous, enhancement is variable after in-

travenous injection. [2]

In general, plexiform neurofibroma grow slowly. Rapid growth is observed during puberty or pregnancy without spontaneous re-

gression. Clinical manifestation depends on localization and shape ofthe swelling [2].
For our patient, she presented a rapidly growing mass on the deep spaces of the neck associated to dyspnea and dysphagia.

In the medical literature, isolated cases of NFP mainly concern adults. Aloi and Massobrioen 1989 published the first case of a
35-year-old man with an isolated NFP. Fischer et al. also reported a similar case in 1997. Lin and al. discovered 5 cases out of 51
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patients operated on NFP. In 2010, Levy Benchetonand al. published a case of a 35-year-old man with isolated NFP. [5]

Clinically, we suspect malignant progression on the base of rapid growing, induration or painful transformation of the neurofibro-
ma and change of associated pre-existing neurological sign [4]

The surgical excision is the reference treatment.

Neurofibrosarcoma represent the common malignant transformation of NFP; that happens in 3 to 15% of cases.large surgical exci-
sion may prevent this risk especially when we suspect clinically malignant transformation. [5]

Large excision with nervous and sometimes vascular sacrifice may be responsible of morbidities. [3]

Surgical exploration of our patient excluded any sign of malignant transformation (no lymphadenopathy nor adhesion to adjacent
tissue).

Finally, a multidisciplinary approach including clinical, radiological and surgical practicians and annual monitoring can detect pos-
sible recurrence or malignant transformation. [2]

Von Recklinghausen’s disease is a common hereditary disease.
Follow-up in specialized multidisciplinary centers allows a rational management. Possible malignant transformation of neurofi-

bromas requires long-term follow-up. The treatment of this pathology is surgical when it is responsible of functional or aesthetic
disorders, and anatomopathological examination of the specimen is needed to confirm the diagnosis.

The authors declare no conflict of interest.
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Figure 2: CT scan: axial view: right cervical tumoral mass right unlimited,
irregular polycyclic contours (black arrow), with central spontaneously dense

areas in favor of intratumorally hemorrhage (white arrow)
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Figure 3: CT scan, coronal view: a heterogeneously enhanced cervical tumor

mass (black arrow) with significant central neovascularization (white arrow)

Figure 4: Per operative view of the surgical removal of the tumor
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Figure 5: Operating view after the surgical removal of the tumor
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