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A CASE OF NEUROFIBEROMATOSIS TYPE 1

Valentinn Diimitrova', Ivelina Yordanova', Verka Pavlova', Valentin Valichey!,
Dimitar Gospodiney', Borvana Parashkevova®, Chavdar Balabanoy

| Deparmment of Dermatolegy and Venereology,

‘Diepariment of Gpkthatmolegy:
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ABRSTRACT

Neurofibromatosis (MF) is a iterm that has been
applied io a vanety of relaied syndromes. charmciernzed by
neuroectodermal tumors ansing within multiple organs and
nutosomal-dominant inheritance. Neurofibromsosiz 1vpe |
(NF-1}, known as well as Recklinghausen’s discase, is the
most common type of the disease accounting W% of the
cozes. We present o case of 52-year-old men with NF-1. The
disease staried in childhood with the appearance of multiple
hyperpigmented skin macales. At the age of 46 a lot of
cutancous tumors appenred and started growing bigger all
over the hody surface. Becouse of a vision problem dse 1o
m upper left eyelid newrofibroma, the patient came for a
climical examination ai the age of 51 years.

Key words: Neurofibromalosis, Neurofibromatosis
type L. Recklinghausen’s discase

INTRODUCTIO™

Meurofibromatosis (MF) is a term that has been
applied to a variety of related syndromes. chamcierized by
neuroectodermal wmors ansing within multiple organs and
autosomal-dominant inheriiance. At beast B different clinical
phenotypes of neurofibromatosis have been identified and
are linked to ot least two penetic disorders. Neoro-
fibromatosis type | (MF-1) is the most common type of the
discase pooounting #%% of the cases, and is chamcterired
by multiple cafii-ou-lait spois and the occurrence of
newrofibromas along peripheml] nerves

CASE REPORT

History

A 52.year-old man with Newrofibromatosis type | i=
presenied. The disease staned in childhood with the
appeamance of multiple hyperpigmented skin macules. A1 the
age of 46 a lot of culancous twmors appeared and staried
to increase in size ol over the body surface expecially on
the left eyelid Due io his psychic condition {the patient s
mentally retarded afier encephalitis in childbood) he has not
consulted a doctor. The growth of the fibroma on the upper
evelid of the left eve hod caused visunl difficalties. which

made him seek care.

Plrysical exomination

Dermatological staias: bondreds of soft cotancous
meurofibromas. the largest amouni being on the trunk amd
limhs. mnging from a few millimeters o several centimeters
in diameter (fig 2), some of them pedunculated (fig 3):
multiple cafii-au-lait spots with dismeter = |5 cm (fig 4):
axillary and inguinal freckling {fig 5). The mucous
membranes were ot affecied.

Ophtholmelogical status: maltiple cutanecus fibromas
of different size on eyelids of both eves (Fig. 6). withow
mflammation. There was a 1.5 om fibroma that affected the
edge of eyelid and spread approximately | om o the eyelsd
margin on ibe lateral port of the upper eyelid of the left eve
The upper evelid had pariial secondary ptosis. Lischs
nodules on the iris of both eves were withow clinscal visual
mvolvement (fig 7).

Lab and imvaging  steaies, histologic frdings amd
consulfations

The standard Inboratory tests values were in the
mormal mnge. X-ray photography and CT are within the
mormal ioo. The neurologist did not detect alierations in the
ceniral and peripheral nervons system. According o ihe
otologist the scoustic nerve has not been damaged. The
histological resalt the
Neurofibromatosis.

confirmed diagnosis of

MAGNOSIS

The diagnosis NF-1 was made according to the
presence of four of the seven dingnostic criteria of the
National Imstitute of Health Consensus Development
Conference:

+ Five or more cafe-au-lait spots larger than 5 mm in
diameter in prepuberial patients: six or more cafii-au-lai
gpaots larger than 15 mm in dinmeter in pestpehertal patients

+ Two or more neurcfibromas of any type. or one
plexiform newrofibromo

- Axillary or mguinal freckling

- Two or more Lisch's nodules

Therapy
Because of the resiriction in the peripheral visual feld
of the lefi eye due to the large tumor on the apper eyelid.
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