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ABSTRACT: Neurofibromatosis type 1 is a genetic disease characterized by changes in skin pigmentation and the growth of 

tumors along nerves in the skin, brain, and other parts of the body. Neurofibromas are the most common benign tumours of 
Neurofibromatosis type 1 developing at any point along a nerve with a neuro-cutanous tropism. This genetic affection is an 
autosomal dominant disorder with complete penetrance and an important phenotypic variability. Disease manifestations occur 
at the childhood mostly before five years. Nevertheless, many de novo cases remain undiagnosed well into adult life. 
Neurofibroma that occur in the breast and constitute a revealing signs of the disease at adulthood are extremely rare. 
We report a case of a 30-year-old woman presenting a neurofibroma of the breast revealing Neurofibromatosis type 1. 
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1 INTRODUCTION 

Neurofibromatosis type 1 (NF1), also known as Von Recklingenhausen disease, is one of the most common genetic diseases 
in humans, affecting one case in 3,000 births. (A) (1). It’s a multisystem disease but with a neuro-cutaneous tropism. This 
affection is characterized by changes in skin pigmentation (café-au-lait spots, skin fold freckling and Lisch nodules) and the 
growth of tumors along nerves in the skin, brain, and other parts of the body. Neurofibromas, which are the most common 
benign tumours of NF1, develop at any point along a nerve. Their presence of in the skin is more common than the deeper soft 
tissues. This autosomal dominant disorder with complete penetrance is characterized by an important phenotypic variability. 
Therefore we noted many clinical forms of benign to severe. Desease manifestations occur at the childhood mostly before five 
years. Nevertheless, many de novo cases remain undiagnosed well into adult life. Neurofibroma that occur in the breast and 
constitute a revealing signs of the disease at adulthood are extremely rare(2). 

We report a case of a 3O-year-old woman presenting a neurofibroma of the breast revealing NF1. 

2 CASE REPORT 

This is a case of a 30-year-old woman with no medical history. She presented with a left breast lump evolving for a year. 

The clinical examination revealed multiple café-au-lait spots and a left breast tumour measuring 3 cm in the upper-outer 
quadrant. The mass was well limited and mobile. No other signs were found.  

The ultrasound (US) demonstrated a 3 cm well-defined, hypoechoic solid mass suggesting fibroadenoma. The 
mammography was performed and showed the well defined mass. The patient had a lumpectomy.  

Histopathologic examination of the mass showed benign tumour structure nonencapsulated but well circumscribed (Fig. 
1), measuring 3cm composed of interlacing bundles of elongated cells with wavy nuclei in the breast tissue areas constituted 
of lobuli (Fig. 2). Several small nerves fibres were also present. The tumour cells were set in a fibromyxoid backround (Fig. 3). 
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Mast cells were present.  Mitotic activity was low. Immunohistochemical examination revealed that tumor cells were S100 
protein positive.  Actine and CD 34 were negative. The diagnosis of neurofibroma was made on the basis of the 
histopathological and immunohistochemical findings.  

 

 

Fig. 1. Benign tumor non-encapsulated but well circumscribed 

 

Fig. 2. Tumour composed of interlacing bundles of elongated cells  
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Fig. 3. Tumour cells, with wavy nuclei, were set in a fibromyxoid backround 

3 DISCUSSION 

Neurofibromas are common benign tumours of the skin. They are nonencapsulated tumours of the nerve sheath of 
peripheral nerves and usually occur in groups.(3) 

They were first described by Smith in 1849 and later by Von Recklingenhausen in 1882. Because of the latter’s major 
contribution, the syndrome of multiple neurofibromatosis bears his name.  

The NF1 gene is located on chromosome 17 in the 17q11.2 region. Penetrance close to 100% at the age of five and de novo 
mutations account for about half of cases.(1) 

Diagnostic criteria for NF1 are: six or more cafe ́-au-lait spots, two or more neurofibromas or one or more plexiform 
neurofibromas, freckling in the axilla or groins, optic glioma, two or more Lisch nodules, sphenoid wing dysplasia or thinning 
of a long bone cortex with or without pseudoarthrosis, and a first-degree relative who meets the above criteria for NF1. Two 
or more of the criteria are required for diagnosis. (4) In our case, the presence of multiples café-au-lait and a breast 
neurofibroma made the diagnosis of NF1. 

Neurofibromas are the most common benign tumours of NF1.They are characteristically distributed over the trunk, head 
and neck area. Occurring in the breast is very rare, and in such cases they are most common in the areolar area(5). In our case 
it was the palpable mass that motivated the consultation and permitted to reveal the disease. In male patient, gynecomastia 
may be observed.(2) 

Radiologically, neurofibromas usually appear as oval or round lesions with circumscribed margins on both mammography 
and US. On US, they appear as hypoechoic lesions with posterior acoustic enhancement, resembling a cyst, which may cause 
misdiagnosis.(6) 

In our case, the mass was thought to be a fibroadenoma, that’s way our patient didn’t have further examination beside US. 

On magnetic resonance imaging (MRI), they demonstrate high signal intensity on T2-weighted images, especially if the 
tumour has a myxoid matrix. They may demonstrate either non- enhancement or gradual enhancement after contrast material 
injection.(6) 

Macroscopically, neurofibromas are typically white-grey, well circumscribed and not encapsulated tumours. They vary in 
size and shape but most range between 1 and 2 cm. However, a huge 20cm neurofibroma of the breast has also been reported. 
Their diagnosis ultimately depends on histological standard examination.(2) 
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They are distinct from schwannomas or neurilemomas, which are also tumours of the peripheral nerve sheaths. They 
contain interlacing bundles of elongated cells with wavy, dark staining nuclei and slender cytoplasmic processes. These cells 
are arranged closely and are separated by small amounts of mucous material. 

The primary differential diagnosis for this tumour is a neurilemoma. However, fibroadenoma, phyllodes tumour, malignant 
peripheral nerve sheath tumour and myofibroblastoma should all be considered. 

Some cancers are regularly observed during NF1 such as pheochromocytoma, neurofibrosarcoma, myelogenous leukaemia, 
optic glioma, malignant Schwannoma and rhabdomyosarcoma(7). Few cases of breast cancer with neurofibromatosis have 
been reported. The first report of an association between NF1 and breast cancer was published in 1972.(8)(9) 

Neurofibromas rarely grow rapidly; such growth can suggest malignant transformation. The incidence of sarcomatous 
changes of neurofibromas varies from 2% to 16% (10). 

Treatment of breast neurofibromas is carried out through surgical excision. However, despite a complete resection, 
recurrences are frequent. The risk of malignant transformation of these neurofibromas is estimated between 2 and 29% 
according to Enzinger(5). That’s why a complement of excision (in a case of incomplete surgery) and long-term surveillance are 
imperatives. 

4 CONCLUSION 

Neurofibromas occurring in the breast are very rare. However, these must be taken into account since they can be revealing 
signs of the disease. Imagery certainly has an important diagnosis role. MRI remains the favourite diagnosis means to highlight 
neurofibromas in the breast and to detect a possible malignant transformation. Diagnosis is based on the standard histological 
and immunohistochemical study especially in atypical forms. 
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