A NEUROFIBROMATOSIS CASE WITH DIFFUSE NEUROFIBROMAS
AND OPTIC GLIOMAS
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SUMMARY
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Meurohibromatosis (NF-1} 15 a well-recopnized
preblem in infaney and childhood that affects at
least | oin every 3000 people and exhibits great
vartabtlity n s chlinieal manifestation (1-33
Approximately 25 % of patients with NF-]
develap comphications which include plexifarm
neureftbromas, mabignancies, congenital bone
defeers, scoliosis, amd twmours ol the central
nervins system (14-7h Optic gliomas are found
in 153% of patients with NF-1. and are mostly
asymptomatic (8.9, In this article we report a
case of NF-T with

optic  gliomas  without

proptosis and diffuse neurofibromas at different

localizations. We wanl to emphasize  the
importance of radiology wm early diagnosis of
ME-1 to allow the patient and the family 1w
adjust te the diagnesis before the advent of
severe complications, and to provide better
follow-up and early intervention,

CASE REPORT
A L6 vear-old male patient was admitted 1o our
hospital with & history of growth retardation,
subecutanecus  tumors,  hyvperpigmented  skin
lesions, headache, back pain, and leg pain. He
had no significance in family history and there

Wits No consanguinity,

- 133 -



Dakuz Eyvlil Universitesi Tip Fakiiltesi Dergisi
Yial: 1997 Cilt: 11 Savi:2-3

Phivsical exammalion revealed diffuse calé- -
bait spots covering the trunk, Six of these spots
were larger than 6 em, more than 20 of them
were larger than 1 cm, and numerous of them
were smaller than 1 oem in diameter, Al
iterscapular region a neuwrotibroma which was

fxSem  in diameter and

multiple  smaller
neurofibromas in different localizations were
present, A large mass, measuring 10 x 8em. was
palpated at the right hypocandrium. Theracal
seoliosis with g right sided curve was also
recagnizabie. On ocular exammation, the eves
and the luls looked externally normal and no
prnpmﬂis was found. The measurements by
Hertel exophthalmometer were 17mm on both
sides, There was no lacial asymmetry, The
ocular moevements were normal; there was: oo
any oculir deviation. The visual acuity was
20020 in both eves. The pupils were symmetrical
with normal reaction o lHght, The intraccular
pressure was normal. Mulliple iris hamartomas
(Lisch nodules) were observed on shin lamp
examination  an both eves. Moo choroideal
hamarioms was detected and the optic nerve
head was m normal appearance. Both fundi were
nornial. Other physical signs were within normal

[imiLs.

O laberatory  investigations:  hemoglobin
concentration, white blood cell count, urinalvsis,
serum elecurolytes, hepatie and renal Tunction
tests were within normal limns, BEchographic
cramination o the  eyes  revealed multiple
well-limited and  nonechosenic round lesions
ol different siees: Orbital MRI examination

showed multiple masses on the trace of optic

nerves hilaterally (Figure ), Cranial CT was
normal. Abdominal  ultrasonography  and 7
revealed a retraperitoneal solid mass: measuring
12x9x8 em beneath  the right kidney. Lower
thoracic and lumbar spinal canal was filled with
masses proteading into the paraspinal region
through intervertebral foraming, causing ¢rosion
and malposition; MRl showed  additional
masses along paraaortic and parailiac regions,
thoracic  wall  and  posterior mediastinum

(Fraure 2}

[le  patient was operated because of the
abdominal mass, since the malignancy risk was
high. On

pathological  exammation.  the

histologic  sections of the retroperitonéal
large mass and the parasortic small  masses
shovwed  features of newrotibromas confirming
NE-1.  Mitotic  activity was not present In
biopsy materials. During the [ollow-up ol the
patient. there was no wvisual problem: bm
progressive musele  weakness of the  lowel
extremites and diminished tendon reflexes were

noted. O

neurosurgical  censultation:  the

neurglogical  findings  were  found 1w be
associated with the spinal compression by the
neurofibromas, Total  lamineetomi of L1-14.
decompression and subtotal resections of the
lumbar newrolibromas were performed. Atter
surgteal trestment, radiotherapy (35 Gy) was
delivered  sinee the results of surgery were
msufficient. Adter radiotherapy the patient could
walk with the support of parallel bar. Follose-up
al the patient coeuld not he done until theo, since

he did not appear {or thecontrols.
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Figare 12 Orbital MR of the patient showing optic
|

OO RS

Figure 2:

MEL ol the panent showing  diffuse
reurplibromas-and a retroperitonsal huge mass in the
abdaminal rezion

DISCUSSION

O physical  examination, our patient  had

multiple  café-aw -lait  spots.  neurofibromas,

vsseous lesions, and Lisch nodulés which wer
very definitive

fmdings  for the diagnosis of

NE-1 depending  on National Institutes of

Hlealth Consensus  Development  Conference

criteria (10,

Cne af the characteristic Tinding of NF-1 is the
development of benign or malign  twmars.
meluding peripheral neurofibromas, plexiform
neurafibromas, gliomas of the optic ract ather
o grade

gliomas.  pheochromocytomas.

sarcomas and carcinomas. (|- 3, In our patient
when large mass  palpated ar the right
hypachondrium was confirmed with 1)SG and
CT. vperation was done since the risk for NF-
related  malignancy s abour 8§ % (11,17
According o pathological examination  thas
large  mass  was

accepted  as  neurofibroma

without any malign feature.

Since many complications may veeur in NF-1.
we  evaluated the  patient with  appropriate
imaging techniques. Even though e had no
complaints ubout his eves, he  had  ppric
gliomas in his orbits not causing  proplosis
anntl loss of vision. Optic gliomas account for
only 2% 1o 3% of all brain wmors m childhood.
but as many as 70% of the cases are associated
with NF-| (13-13). Although biopsy is the onl
way to canfirm the diagnesis of optic pathwas
aliomas, biopsy was not done o our patien
since this procedure might further compromise
vision in as many as 753% of patients, and in
dividuals with NF-1, the CT or MRI scan is
liighty reliable inassessing the clinical dingnosis
of optic ghiomas (16,17), An effective therapy
for these twmors has not been found yet, and
carefuyl

screening of the patients with no

symplems is recommended since no o theraps
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would be given to these patients (3,16} Qur

patient  had no wvisual symptoms or tumor
progression in control arbital MR scan during
the follow-up. so he did not need any therapy for

oplic gliomas.

Abdominal CT and MRI of our patient

dermonstrated diffuse neurafibromas at

admiission, His  lower  thoracic and lumbar
spinal canal was filled with neurofibromas
protruding into the paraspinal region through
intervertebral foramina. causing crosion and
malposition.  During the follow-up. he had
severé neurologic findings associated  with
the spinal compression by the neurolibromas in
which  surgical treatment  and radiotherapy
were necessary as reported in the literature

(3.4)
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