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Abstract
Observation: We report here a rare case of Neurofibromatosis Type 1 (NF1) in a 42 -year-old female
who developed Behçet’s disease (BD). NF1 was diagnosed twenty years ago and BD was diagnosed
at 42 years of age. NF1 is an autosomal dominant disease with an incidence of 1 in 2,600 to 3,000
individuals. BD is a systemic vasculitis with obscure etiology, characterized by recurrent episodes of
oral and genital ulcers, skin lesions, and ocular lesions. Although there are a few reports on the
combination of Incontinentia Pigmenti and BD, this is the first reported case that concurrence of
NF1 with Plexiform neurofibrom and BD.

Introduction

Case Reports

Behçet’s disease (BD) is a systemic vasculitis
with recurrence attacks. It affects many
system e.g. eyes, skin, joints and also neurological involvement is possible. Rarely it accompanies to neurocutaneous syndromes.
[1]. Neurofibromatosis (NF1) is an autosomal
dominantly
inherited
neurocutaneous
syndrome which prognoses with development
changes on neural system, bones and skin.
The most prevalent type is NF type 1 which
constitutes the 85-90% of all neurofibromatosis subjects [2]. Various genetic diseases
are reported to exist together with BD. These
are incontinentia pigment, albinism, familial
Mediterranean fever [3]. The association of
NF1 and BD has not been announced yet. In
this article, a case where BD accompanies
NF1 and there is a giant plexiform neurofibroma in the palm, is presented.

A female patient aged 42, applied to our polyclinic
with the complaint of ulcers in mouth and genital
region. In the history of the patient, it was understood that there were maculas on her body since
childhood and in the last 15 years, thickening and
slouching in hand started since 15 years. Sores
have been present in mouth and genital region for
one month. In the dermatological examination of
the patient, prevalent café-au-lait maculas, axiller
freckling, giant plexiform neurofibroma in the left
hand palm surface and also oral and genital ulcers
were detected (Figures 1 and 2). Besides, erythematic painful nodules were present on both leg
fronts. The lesions on surface of leg fronts were
evaluated as erythema nodosum. Pathergy test
was applied to the patient and was evaluated as
negative. The laboratory values were normal. Active or old uveitis was not coincided in the medical
history during eye examination. For BD, systemic
colchicin 0.5 mg tb 3x1, topically chlorhexidine
gluconate+benzydamine HCL gargle 3x1, diflucortolon valerate + chlorquinaldole pomade treatment
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Figure 1. The genital ulcer view of the patient and prevalent café au lait maculas on the body.

Figure 2. The oral aptha of the patient and plexiform
neurofibroma in the left palm

was initiated for the patient. Surgical treatment
was suggested for the plexiform neurofibroma but
patient did not accept.

fibromatosis [2]. The diagnostic features of
NF1 was recognized by the National Institues
of Health in 1987. Two or more of diagnostic
features is present before a diagnosis of NF1
is established [9]. Our patient had three diagnostic features, these are cafe au lait macules,
plexiform neurofibroma and axillary freckling.

Discussion
Although ethiopathogenesis of BD is not
known, genetic and immune system anomalies are responsible. This disease may sometimes accompany to genodermatosis. It was also
reported together with incontinentia pigment
[3, 4, 5]. In another publication it was reported together with albinism [6]. Simultaneous
intestinal BD was detected in maternal twins
[7]. However BD and NF1 association was not
reported up to now. BD presents a worldwide
occurrence with varying prevalence, being endemic in the Eastern and Central Asian. A genetically determined disorder with a probable
environmental triggering factor . In BD believed that an autoimmune process and a
human leukocyte antigen (HLA)-B51 are the
strongest associated risk factors. The etiology
of the disease remains unknown, although genetic factors, infectious agents, environmental
pollution, immunological mechanism have
been implicated [8].
NF1 is inherited in the form of an autosomal
dominant. Although a numerous of NF1 mutation have been defined, only two genotype–
phenotype correlation have been noted. The
gene of NF1 is located on chromosome 17q,
and encodes a protein called neurofibromin.
Neurofibromatosis results from a mutation of
the NF1 gene [9]. Disease has same distribution between male and female, and in one half
of patients there is a family history of neuro-

Plexiform neurofibromas (PN) usually occur in
persons with NF. Cutaneous PN may occur
from superficial peripheral nerves, in which
condition there is no deep involvement, or can
represent the superficial appendage of deeper,
more massive, plexiform tumor [10].
PN involving the trunk and limbs may be related with soft tissue excessive growth, occasionally leads to serious hypertrophy. Growth of
PN may arise at any time in life. Clinical experience suggests that PN tend to grow at two
different periods. First is early childhood, second is during times of hormonal change, especially during puberty or, in women, during
pregnancy [10, 11]. PN of our patient’s was in
the palm of the left hand.
BD give rise to organ damage, including the
eyes, skin, joints, etc., that produces variety of
clinical manifestations. The basic histopathologic characteristic is systemic vasculitis with
perivascular inflammatory infiltrates. Consequently, the recent progresses in the knowledge of BD pathogenesis facilitate for
innovative therapy [12].
In a study made in recent years, BD was reported to associate with familial Mediterranean fever [13]. Up to now, BD and NF1
association has not been announced and a
data regarding the relation has not been reporPage 2 of 3
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ted. However as NF1 is a source of stress in
the patient and stress effects immune system,
it is possible that occurrence of BD may be
eased. Besides genetic factors playing role in
both diseases and skin and eye uptake being
at the forefront, suggest that there may be an
association.
Further studies are required to make clear
the relationship and pathogenesis between BD
and NF1.

References
1. Oliveros-Cid A, Martínez-Vila E, Castillo J. Systemic
autoimmune diseases with neurocutaneous alterations. Rev Neurol 1997; 25: S294-308. PMID: 9273175
2. Washington EN, Placket TP, Gagliano RA. Kavolius J,
Person DA. Diffuse Plexiform Neurofibroma of the
Back: Report of a Case. Hawai’i Medical Journal
2010; 69: 191-193. PMID: 20845284
3. Lin HK, Fu LS. Concurrence of Incontinentia Pigmenti and Behçet's Disease. J Chin Med Assoc 2010;
73: 275-278. PMID: 20685598
4. Endoh M, Yokozeki H, Maruyama R, Matsunaga T,
Katayama I, Nishioka K. Incontinentia pigmenti and
Behçet's disease: a case of impaired neutrophil chemotaxis. ISRN Dermatology 1996; 192: 285-287.
PMID: 8726652
5. Menni S, Piccinno R, Biolchini A, Delle Piane RM,
Bardare M. Incontinentia pigmenti and Behçet's
syndrome: an unusual combination. Acta Derm Venereol 1986; 66: 351-354. PMID: 2430411

http://www.jtad.org/2014/4/jtad1484c5.pdf
6. Nozaki Y, Nagare Y, Kinoshita K, Urase F, Funauchi
M. A case of Behcet's disease in a patient with albinism. Japanese Journal of Clinical Immunology
2008; 31: 68-70. PMID: 18311045
7. Kobayashi T, Sudo Y, Okamura S, Ohashi S, Urano
F, Hosoi T, Segawa K, Mizuki N, Ota M. Monozygotic
twins concordant for intestinal Behçet's disease. J
Gastroenterol 2005; 40: 421-425. PMID: 15870978
8. Cox NH, Jorizzo JL, Bourke JF, Savage COS. Behçet
Disease. In: Rook’s Textbook of Dermatology. Burns
T, Breathnach S, Cox N, Griffiths C, eds. Oxford,
Wiley-Blackwell, 8th edition. 2010; 57-61.
9. Listernick R, Charrow J. The Neurofibromatoses. In:
Fitzpatrick’s Dermatology In General Medicine.
Goldsmith L.A, Katz S.I. Gilchrest BA, Paller AS, Leffell DJ, Wolf K, eds. New York, McGraw-Hill, 8th edition. 2012; 1680-1690.
10. Korf BR. Plexiform Neurofibromas. Amerıcan Journal
Of Medıcal Genetıcs 1999; 89: 31–37. PMID:
10469434
11. Nambi GI, Gupta AK, Kumaran S. Plexiform neurofibroma of the finger. J Plast Reconstr Aesthet Surg
2008; 61: 1402-1403. PMID: 18722169
12. Pineton de Chambrun M, Wechsler B, Geri G, Cacoub P, Saadoun D. New insights into the pathogenesis of Behçet's disease. Autoimmun Rev 2012; 11:
687-698. PMID: 22197900
13. Schwartz T, Langevitz P, Zemer D, Gazit E, Pras M,
Livneh A. Behçet's disease in Familial Mediterranean
fever: characterization of the association between the
two diseases. Semin Arthritis Rheum 2000; 29: 28695. PMID: 10805353

Page 3 of 3
(page number not for citation purposes)

