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Abstract

Plexiform neurofibromas represent an uncommon variant (30%) of 
neurofibromatosis type 1 (NF-1) in which neurofibromas arise from multiple 
nerves as bulging and deforming masses involving also connective tissue 
and skin folds. progressive facial deformity that began in early childhood. Skin 
examination also revealed multiple neurofibromas and cafe´-au-lait macules 
on the trunk and arms. Histopathological examination on biopsy samples 
showed overgrowth of peripheral nerve components and connective tissue. 
Diagnosis of plexiform neurofibromas is usually made clinically, especially if 
classical hallmarks of NF-1 are present. Therapy is surgical, aiming at resecting 
deforming masses. We present two cases of facial neurofibromatosis managed 
in our hospital. The first patient presented with overhanging mass of skin folds 
on the right side of her face, completely obliterating her right eye. The other 
patient was a young male having a unsightly swelling over the right cheek. 
Physical examination revealed the presence of café au lait macules, freckling 
in the axillary region. Reconstructive surgical procedure in the form of subtotal 
excision of tumor mass followed by re draping of the facial skin was performed 
in both cases. There was evidence of regrowth of the tumor on review after 6 
months.
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Introduction
Neurofibromatosis type 1 (NF-1) is a rare autosomal dominant 

genetic condition (1/3000 subjects), and a poorly defined benign 
tumor of the peripheral nerve sheath that caused by mutations of the 
NF1 gene, which is located at chromosome. 17q11.2, characterized 
by multiple skin alterations such as cafe-au-lait macules and axillary 
freckling and by tumoral growth along nerves, called neurofibromas 
[1,2]. Plexiform neurofibromas represent an uncommon variant of 
NF-1 in which neurofibromas arise from multiple nerves as bulging 
and deforming masses involving also connective tissue and skin folds-
hence the clinical description of lesions as ‘‘bags of worms . Facial 
plexiform neurofibroma may produce various degrees of cosmetic 
and functional deformities in the head and neck region [3]. We 
present two such cases managed in our hospital and discuss clinical 
findings, diagnosis, and therapy of this rare deforming disorder.

Case Presentation
Case 1

A 17-year-old girl was referred for evaluation of a progressive 
facial deformity that began in early childhood (at around 2 years of 
age). Her medical history was unremarkable and none of the relatives 
was known to be affected. On physical examination the right side 
of her face was deformed by a bulging and soft mass involving the 
eyelids, cheek, and nose; also the lips and chin were affected, with 
sparing of the forehead (Figure 1). The patient was unable to open his 
right eye due to overhanging folds involving the eyelids. However, 
the mass did not result in vision impairment or speech difficulties. 
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Skin examination also revealed multiple neurofibromas and cafe´-au-
lait macules on the trunk and arm). Laboratory tests were normal. 
Histopathological examination on biopsy samples showed overgrowth 
of peripheral nerve components and connective tissue .Craniofacial 
MRI confirmed the presence of a deforming mass arising from the 

Figure 1:

Figure 2:
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right side of her face giving homolateral eye dislocation (Figure 2,3 
and 4). 

Case 2
18-year-old boy was brought to our out hospital with a history of 

progressively increasing swelling over the right side of his face since 
childhood.

Physical examination revealed a huge soft tissue swelling 
involving the right mandibular region and cheek pulling down the 
right angle of the, He had few axillary freckles and café au lait macules 
over his back (Figure 5,6 and7).

Both patients taken up for reconstructive surgery and the swelling 
were approached through pre-auricular incision extending superiorly 
into the temporal area. Tumescent fluid infiltration was carried out 
in the tumor mass to reduce the blood loss. The tumor mass was 
infiltrating deeply and the tissue planes could not be defined. There 
was gross thickening of facial nerve in the pre-auricular region as well 
as its branches. Subtotal excision of tumor mass and readjustment 
of facial flap was carried out with reasonable post-op correction 

Figure 3:

Figure 4:

Figure 5:

However, 6-monthly review in both case well showed evidence of 
some regrowth.

Discussion
 PNF is a rare type of generalized neurofibromatosis, which occurs 

due to overgrowth of neural tissue in the subcutaneous tissue. The diffuse 
and soft nature of PNF is often compared with “a bag of worms [4].

The lesions can occur anywhere along a nerve, and may appear on 
the face [4], orbit and globe [5], and frequently involve the cranial and 
upper cervical nerves [6]. The condition can be quite disfiguring, as 
observed in the cases being presented, and hemifacial hypertrophy can 
occur [7]. Complications include bleeding from trauma, neurological 
deficits and psychological disturbance because of abnormal anatomy 
[4].

Histologically, these are peripheral nerve sheath tumors 
containing all elements of the peripheral nerve, and are characterized 
by an increase in endo-neural matrix with separation of nerve fascicles 
and proliferation of Schwann cells [6]. PNF can turn malignant in 
4-5% of cases [7].

Resection and debulking of invasive PNF is however associated 
with a high rate of recurrence. In one pediatric series, complete 
resections developed recurrence in 20% and incomplete resections 
had a recurrence in up to 45% of the cases [4]. One of the limiting 
factors is vascularity of these lesions and their abnormal propensity 
to bleed. These tumors bleed profusely during surgery because of the 
friable nature of the neo-vessels. Adequate blood should be arranged 
before taking up these cases for resection.

Surgical management remains the mainstay of treatment for 
these tumors, but functional disturbances are almost inevitable 
while resecting tumors involving the head and neck region. No 
chemotherapeutic agent has yet been identified that reduces the size 

Figure 6:

Figure 7:
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of these tumors [8].
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