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1. INTRODUCTION 

Von Recklinghausen's disease (VRH) or 

neurofibromatosis type 1 (NF1) is a rare 

phacomatosis caused by autosomal dominant 

mutation affecting the neurofibromatosis gene 

located on chromosome 17 (17q11.2.) and with 

a prevalence of 0.02 to 0.03% [1,2]. 

Thus mutated fibromine would be unable, as a 

tumor suppressor, to control the maturation and 

proliferation of glial and neuronal cells, which 

explains the frequent development of 

neurological tumors (glioma, neuroma, and 

neurofibroma), which are the main signs of this 

disease [1-3]. 

Other clinical manifestations may be associated 

with these neurological tumors: cutaneous, 

bone, endocrine, cardiac, vascular, and ocular 

involvement signing the systemic nature of this 

disease and making its diagnosis sometimes a 

real challenge for the clinician [2,4]. 

Among the possible neurological manifestations 

during this phacomatosis, peripheral facial 

paralysis remains exceptional, classically affects 

the child, and often associated to degeneration 

with the development of malignant tumors of 

the nerve sheaths [5-7]. 

We are reporting an original observation of PFP 

revealing VRH in adult subject. 
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2. CASE REPORT 

A 35-year-old Tunisian male, with no notable 

pathological history, consulted for vertigo, gait 

and balance disorder and left hypoacusis. These 

symptoms had progressively evolved for almost 

a month, with recent onset for two days of 

minimal facial asymmetry noted by family 

members. 

Somatic examination noted peripheral vestibular 

syndrome and facial asymmetry relevant to left 

peripheral facial paralysis. The patient was 

otherwise well-conscious and oriented, apyretic, 

with stable hemodynamic and respiratory status. 

No peripheral lymphadenopathy, motor or 

sensory deficit of the limbs, or meningeal 

syndrome were noted. The skin examination 

noted the existence of multiple “café-au-lait” 

spots, freckles, and little skin neurofibromas in 

the abdomen and back (Fig.1). 

 

Fig.1: multiple “café-au-lait” spots, freckles and little skin neurofibromas in the back. 

Biological tests, electrocardiogram, and chest X-

ray were without abnormalities. 

The cerebral CT concluded to a tumor process 

of the left cerebellopontine angle. Cerebral MRI 

confirmed these findings by showing a left large 

cerebellopontine angle tumor with spontaneous 

isosignal on T1-weighted sequences (Fig.2), 

hypersignal on T2-weihted sequences, and a 

strongly enhancement after injection of contrast 

product (Fig.3). The tridimetional reconstruction 

concluded that this tumor process corresponded 

to a large neuroma of the left acoustic nerve 

stage IV according to the Kaus classification 

with intra- and extra- canal extension (Fig.4). 

The rest of the radiological investigations 

(medullary MRI, abdominal ultrasound, and 

ultrasound of the soft parts of the thighs) 

showed multiple neuromas and neurofibromas. 

 

Fig2. T1-weighted axial brain MRI without injection of contrast product: left cerebellopontine angle tumoral 

process with spontaneous isosignal. 
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Fig3. T1-weighted sagittal (A) and coronal (B) brain MRI with injection of contrast product: left 

cerebellopontine angle tumoral process with important enhancement. 

 

Fig4. T2-weighted cerebral MRI in oblique reconstruction: Large left acoustic neuroma with intra-and extra- 

canal extension. 

The specialized ophthalmologic examination 

showed bilateral iris Lisch nodules. 

Thus, the diagnosis of NF1 (according to the 

National Institutes of Health criteria for 

neurofibromatosis diagnosis, 1988) complicated 

by a large left acoustic neurinoma causing an 

ipsilateral PFP was retained. The patient was 

transferred to the department of Neurosurgery 

for adequate treatment. 

3. DISCUSSION 

Neurological complications are not uncommon 

during NF1; indeed in the nationwide Japanese 

study of 3,530 patients with NF1, neurologic 

complications were noted in 38.1% of patients 

[8]. These complications mainly affect the 

central nervous system while peripheral 

neuropathies are much rarer [5,6,8,9]. Clinical 

presentation of these central complications may 

be: epilepsy, cerebral infarction, visual 

disturbances, behavioral disorders, cranial nerve 

involvement, hydrocephalus, intracranial 

hypertension, and neuroendocrine signs such as 

precocious puberty [5,6,9]. These manifestations 

are classically related to intracranial gliomas, 

meningiomas or neuromas [5,6,9]. 

The peripheral neurological manifestations of 

NF1 can be of the type of radiculopathy, 

mononeuritis, polyneuropathy, and multiplex 

mononeuritis [5] and are often related to 

peripheral nervous system tumours or more 

rarely secondary to the compression of the 

peripheral nerves by fibromas [5,6,10]. 

Of all the possible neurological complications of 

NF1, PFP remains exceptional and unusual 

[5,10,11]. Indeed, in the series of Creange A et 

al of 158 patients with NF1 including 87 with 

neurological complications, the PFP was noted 

in only one case: 0.6% of NF1 and 1.14% of the 

neurological manifestations of the NF1 [5]. 

PFP during NF1 is most often caused by 

compression of the nerve VII in its extra cranial 

portion by: 

- Acoustic neuroma [11], particularly in the case 

of very large neuromas [11,12]. PFP secondary 
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to acoustic neuroma is classically very minimal 

and of late onset [12], 

- Malignant degeneration, with development of 

malignant tumors of peripheral nerve sheaths 

(malignant schwannoma), which is seen in 10% 

of NF1 cases [7]. These tumors may sit at the 

level of the parotid gland [14] or at the anterior 

skull base [14]. 

- Tumors of the facial nerve itself are 

exceptional during NF1 [13]. 

Acoustic neuroma/neurinoma also called 

vestibular schwannoma, is very rare during NF1 

compared with other phacomatosis, particularly 

NF2 [10,12]. It is typically unilateral (24% of 

unilateral acoustic neuromas are related to NF1), 

preferentially affects the child, and is often 

associated with other intracranial tumors of NF1 

[10-12]. Bilateral forms can however be noted 

[11]. 

The treatment of these neuromas is mainly 

surgical, especially for large tumors; 

Stereotactic radiotherapy may also be 

considered [12].   

4. CONCLUSION 

Peripheral facial palsy is an exceptional 

neurologic complication of NF1, unusual, and 

often overlooked by clinicians. It may be related 

to an acoustic neuroma or malignant tumors of 

the nerve sheaths in the parotid or the anterior 

skull base. 

As rare as it is, this manifestation of NF1 

deserves to be known by clinicians because its 

appearance often announces malignant 

degeneration (malignant schwannoma).  
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