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Abstract

Plexiform neurofibromas (PNFs) are diffusely infiltrating benign overgrowths of all of the elements

of a peripheral nerve. These lesions are pathognomonic of neurofibromatosis (von Recklinghausen
disease) even in the absence of other typical abnormalities. We report a case of localized
hypertrichosis overlying plexiform neurofibroma in a 27 year old female with no other features of

neurofibromatosis.
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Introduction

Periorbital neurofibromas can occur either in
isolation or in association with
neurofibromatosis (NF). Neurofibromas in the
periorbital region account for 0.5-2.4% of orbital
tumours.! Pigmented neurofibromas (PNF) are
rare tumours laden with melanin containing
pigmented cells, and account for less than 1% of
all neurofibromas.” PNF’s can occur in patients
with or without neurofibromatosis.
Hypertrichosis is defined as non-androgen
dependent excessive growth of hair that is
abnormal for the age, gender or race of an
individual or for that particular area of the body.
Hypertrichosis overlying neurofibromas are
rarely reported cases in literature.® We report a
case of localized hypertrichosis overlying
neurofibroma in a 27 year old female with no
other features of neurofibromatosis.

Case Report
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A 27 year old woman presented with a swelling
involving the right upper side of the face
(Figure 1). The swelling had been present since
childhood as far as the patient could remember.
However, it could not be ascertained with surety
whether the swelling had been present from birth
or not despite repeated questioning from various
family members. The medical history of the
patient was rather uneventful. Her growth and
development had been normal and comparable
with  peer groups. The swelling was
asymptomatic upto a year back, when the patient
started to notice a gradual increase in the size of
the swelling. There was no history of
neurofibromatosis (NF) in the family. On
examination, a light brown to brownish black
hyperpigmented macule with hypertrichosis
overlying the swelling was noted in the right
periorbital region (Figure 2). The horizontal
extension of the swelling was from the nose in
the midline upto the right ear. A rough guide to
the vertical extension of the swelling would be
from the parietotemporal line and mid forehead
above upto the Frankfurt plane below. The
hyperpigmentation and hypertrichosis extended
beyond the margins of the swelling. The
hypertrichosis was most prominent in the mid
facial area while the pigmentation extended up

312



Journal of Pakistan Association of Dermatologists. 2021;31(2):312-314.

Figure 2

to the mandible. The swelling, at the time of
examination, resulted in partial closure of the
right eye, obstructed the vision of the patient and
resulted in complaints of diplopia. However, the
visual acuity after manual elevation of the
swelling was 6/6 in both eyes and the diplopia
was also alleviated. On palpation, two distinct
subcutaneous, soft, non-tender swellings, with a
‘bag of worms’ like consistency, could be
palpated.  Pseudo-darier’s  sign  (transient
piloerection and elevation or increased
induration of a lesion induced by rubbing)*, used
as a clinical diagnostic measure for smooth
muscle hamartoma was negative in the patient.
No other findings in favour of type 1 or type 2

neurofibromatosis could be documented. There
were no café au lait macules, axillary or inguinal
freckling, or any other neurofibromas. The
ophthalmologist could not detect any Lisch
nodules in the iris of the patient.
Histopathological examination revealed
abundant hair follicles in the dermis and
encapsulated spindle cells with S-shaped nuclei
within deep reticular dermis and subcutis,
consistent with neurofibroma. The patient
underwent partial excision of the tumour in the
department of plastic surgery for cosmetic
reasons.

Discussion

Neurofibromas can occur as solitary lesions or in
association with neurofibromatosis. Our patient
had diffuse hypertrichosis on a hyperpigmented
macule overlying and around the periorbital
neurofibroma. The hyperpigmentation
resembled a café-au-lait macule though it is not
generally associated with hypertrichosis. Though
the patient in our case didn’t show other features
of neurofibromatosis, the possibility of type 5
neurofibromatosis or segmental
neurofibromatosis could not be ruled out.
Segmental neurofibromatosis is a mosaic variant
of NF characterized by cutaneous lesions limited
to a circumscribed body segment, mostly
unilateral and only rarely cross the midline.’

Hypertrichosis in association with
neurofibromas is a rarely reported incident in
literature.>** A conversion of vellus to terminal
hair or a change in the hair-growth cycle are the
2 major mechanism to which hypertrichosis can
be attributed. Out of these, the latter may be
contributory to the process of hypertrichosis
associated with neurofibromas.

Conclusion

This case report documents that hypertrichosis
and hyperpigmentation of the periorbital and
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facial skin can occur in association with an
underlying neurofibroma. This is a rare entity
and should be kept in differential diagnosis of
cases of localized hypertrichosis.

References

1. Ettl A, Marinkovic M, Koornneef L.
Localized hypertrichosis associated with
periorbitalneurofibroma: clinical findings
and differential diagnosis. Ophthalmology.
1996;103:942-8.

2. NA CH, Song IG, Chung BS, Shin BS. Case
of pigmented neurofibroma with

hypertrichosis with no association to
neurofibromatosis. J Dermatol. 2009;36:

541-4,
Cho E, Kim H, Lee J, Kim H, Park Y.
Localized hypertrichosis overlying

neurofibroma. Int J Dermatol.2013;52:
1623-4.

Bilgi¢ O, Tungezakyiireck F, Altinyazar HC.
Pseudo Darier Sign: A Distinctive Finding
for Congenital Smooth Muscle Hamartoma.
J Pediatr.2016;169:318.

Sobjanek M, Dobosz-kawatko M,
Michajtowski 1, Peksa R, Nowicki R.
Segmental  neurofibromatosis.  Postepy
Dermatol Alergol.2014;31:410-2.

314



