
Turkiye Klinikleri J Med Sci 2010;30(1)380

elanocytoma of the optic disc is a benign tumor that usually oc-
curs as a deeply pigmented lesion of the optic disc and occasio-
nally causes visual loss; it may also lead to afferent pupillary defect

and a visual field abnormality. Melanocytoma of the optic disc appears to
have a slight predilection for females. The mean age at the diagnosis of me-
lanocytoma of the optic disc is 50 years with a median of 52 and a range of
1-91 years.1,2 Melanocytoma of the optic disc is generally an isolated entity
with no proven associations with any systemic diseases. Recent studies ha-
ve shown solitary cases with neurofibromatosis type 2, basal cell carcinoma,

Two Different Cases with
Melanocytoma of the Optic Disc

AABBSS  TTRRAACCTT  A 45-ye ar-old wo man (Ca se 1) app li ed for con trol exa mi na ti on to learn whet her the -
re was any growth or not on tu mo ral le si on in her left eye. Me la nocy to ma of the op tic disc in vol -
ving the ad ja cent cho ro id in the left eye was se en on oph thal mos co pic exa mi na ti on. The ap pe a ren ce
of the pa ti ent was con sis tent with ac hon drop la si a. Ca se 2, a 29-ye ar-old wo man, app li ed with he -
a dac he comp la int. Bi la te ral op tic disc hypop la si a and me la nocy to ma of the op tic disc in the  right
eye was fo und on the fun dus exa mi na ti on and mag ne tic re so nan ce ima ging re ve a led an arach no id
cyst in the left tem po ral fos sa. Alt ho ugh me la nocy to ma of the op tic disc has not be en pro ven to have
any syste mic as so ci a ti ons, it is li kely to be as so ci a ted with so me of the syste mic di se a ses and ot her
ocu lar pat ho lo gi es. Op tic disc hypop la si a as so ci a ted with me la nocy to ma of the op tic disc has be en
re por ted previously, ho we ver, as so ci a ti ons of  ac hon drop la si a or arach no id cyst with me la nocy to -
ma of the op tic disc  ha ve not yet be en re por ted.
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ÖÖZZEETT  Kırk beş ya şın da ka dın has ta (Ol gu 1) sol gö zün de ki tü mö ral kit le de bü yü me olup ol ma dı ğı -
nın kon trol mu a ye ne si için baş vur du ve of tal mos ko pik mu a ye ne de sol göz de  kom şu ko ro i di tu tan
op tik disk me la no si to mu gö rül dü. Has ta nın gö rü nü mü akon drop la zi ile uyum luy du. Ol gu 2, 29 ya -
şın da ka dın, ba şağ rı sı şika ye ti ile baş vur du. Ol gu 2’nin fun dus mu a ye ne sin de bi la te ral op tik disk hi -
pop la zi si ve sağ göz de op tik disk me la no si to mu tes pit edil di ve man ye tik re zo nans gö rün tü le me de
sol tem po ral fos sa da arak no id kist iz len di. Op tik disk me la no si to mu nun sis te mik bir bir lik te li ği ta -
nım lan ma mış ol mak la bir lik te, sis te mik has ta lık la rın ba zı la rıy la ve baş ka okü ler pa to lo ji ler le bir lik -
te gö rü le bi lir. Op tik disk me la no si to mu ile bir lik te op tik disk hi pop la zi si da ha ön ce bil di ril miş tir,
an cak op tik disk me la no si to mu ile akon drop la zi ve ya arak no id kis tin bir lik te lik le ri bil di ril me miş tir.
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and vi ti li go, cen tral ner vo us system ab nor ma li ti es
such as me nin gi o ma and hypo pi tu i ta rism, op tic
disc hypop la si a, however they se em to be co in ci -
den tal.3,4

As so ci a ti ons of me la nocy to ma of the op tic disc
with ac hon drop la si a or arach no id cyst ha ve not be -
en re por ted so far. To our know led ge, the se are the
first ca ses to be re por ted in the li te ra tu re.

CA SE RE PORTS
CA SE 1

A 45-ye ar-old wo man app li ed to an eye cli nic with
presb yo pic symptoms, and on her ro u ti ne exa mi -
na ti on, a tu mo ral le si on had be en de ter mi ned on
her left op tic disc fo ur ye ars ear li er. She app li ed to
our cli nic as to whet her the re was any growth in
the le si on. She had hyper ten si on and so me ti mes
he a dac he. Cra ni al computerized tomography (CT)
fin dings we re nor mal. She was 130 cm in he ight
and had mac ro cep haly, with rhi zo me lic ex tre mi ty
shor te ning con sis tent with the cli ni cal ap pe a ren ce
of ac hon drop la si a. On oph tal mo lo gic exa mi na ti on,
vi su al acu ity was 20/20 and in tra o cu lar pres su re
was 13 mmHg in both eyes. Slit lamp exa mi na ti on
was nor mal in both eyes. On di la ted fun dus exa -
mi na ti on of the left eye, the re was a dark brown,
fin ger-li ke le si on wit ho ut sub re ti nal flu id and at ro-
phy on in fe ri or part of the op tic disc, and the le si -
on ex ten ded to jux ta pa pil lary cho ro id (Fi gu re 1a).
Flu o res ce in an gi og raphy re ve a led hypof lu o res cent
le si on in in fe ri or part of the op tic disc; the le si on
be ca me lon ger, ex ten ding to the ad ja cent cho ro id
as se en in co lo ur pic tu re (Fi gu re 1b). The re was no
sub re ti nal flu id ac cu mu la ti on, le a ka ge or cho ro i dal
ne o vas cu la ri sa ti on. Ma cu la and pe rip he ric re ti nal
are as we re nor mal in both eyes. Op ti cal co he ren ce
to mog raphy sho wed high hyper ref lec ti vity on the
op tic ner ve he ad with a sha do wing be hind the le-
si on (Fi gu re 2). Vi su al fi eld was nor mal in the right
eye, and mi ni mal en lar ge ment of the blind spot and
su pe ro-tem po ral nar ro wing of vi su al fi eld was dis-
co ve red in the left eye.

CA SE 2

A 29-ye ar-old wo man app li ed to ne u ro logy de part-
ment with he a dac he which had be en con ti nu ing
for 6 months; she was re fer red to our cli nic for the

le si on on the op tic disc. On her exa mi na ti on, vi su -
al acu ity was 20/20, and intraocular pressure (IOP)
was wit hin nor mal li mits. Slit lamp exa mi na ti on
was al so nor mal in both eyes. Di la ted fun dus exa -
mi na ti on sho wed bi la te ral op tic disc hypop la si a
and me la nocy to ma of the op tic disc in the right eye
(Fi gu re 3a). Flu o res ce in an gi og raphy re ve a led hy-
pof lu o res cent le si on, which was ex ten ding to ad ja -
cent cho ro id, on the su pe ro-na sal of the op tic disc,
and the re was no ne o vas cu la ri sa ti on or le a ka ge (Fi -
gu re 3b). Vi su al fi eld was nor mal ex cept mi ni mal
en lar ge ment of the blind spot. On mag ne tic re so -
nan ce ima ging, a 1.5 x 1.0 cm arach no id cyst was
de ter mi ned in the left tem po ral fos sa (Fi gu re 4).
Ne u ro lo gi cal exa mi na ti on was nor mal, and no ot -
her cen tral ner vo us system ab nor ma li ti es we re fo -
und.

Writ ten in for med con sent was ob ta i ned from
each pa ti ent be fo re study.

DIS CUS SI ON     
Up to date, the re are no pro ven syste mic as so ci a ti -
ons of me la nocy to ma of the op tic disc. In the ir
study in vol ving 115 ca ses with ocu lar me la nocy to -
sis, Shi elds et al re por ted that only 8% had a sig ni -
fi cant ocu lar as so ci a ti on.3 They al so ad ded that
as so ci a ti ons such as ra ci al me la no sis, op tic disc hy-
pop la si a, re ti ni tis pig men to sa, and con ge ni tal hy-
per trophy of the re ti nal pig ment epit he li um might
be co in ci den tal. In this study, as so ci a ti on of op tic
disc hypop la si a with me la nocy to ma of the op tic
disc was re por ted to be 2%.3 In one of our ca ses,
the re was bi la te ral op tic disc hypop la si a with me -
la nocy to ma of the op tic disc; ho we ver, this as so ci -
a ti on co uld be co in ci den tal as re por ted by Shi eld
et al.3

Alt ho ugh stu di es ha ve re por ted syste mic as so -
ci a ti ons of me la nocy to ma of the op tic disc, it is ge -
ne rally in di ca ted that the se syste mic fin dings may
pro bably be co in ci den tal. The stu di es car ri ed out
so far con sist ge ne rally of li mi ted num ber of ca se
re ports, and in the se re ports, it is not known whet -
her the re is any as so ci a ti on. In anot her re port, in
which me la nocy to ma of the op tic disc in a pa ti ent
with ne u ro fib ro ma to sis 2 is pre sen ted, it is cla i med
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that as in ot her ha mar to mas as so ci a ted with ne u -
ro fib ro ma to sis 1 and 2, me la nocy to ma is a le si on of
ne u ral crest ori gin, and that me la nocy to ma in a pa-
ti ent with ne u ro fib ro ma to sis may not be co in ci -
den tal.5 In so me ot her ca se re ports, in which
as so ci a ti on of in trac ra ni al me nin gi o ma to get her
with me la nocy to ma of the op tic disc has be en re-
por ted, aut hors sug gest that me la nocy to ma of the
op tic disc may be re la ted with in trac ra ni al me nin -
gi o ma in terms of em bri o lo gic ori gin.4,6

In our ca ses, the re was ac hon drop la si a with
me la nocy to ma of the op tic disc in Ca se 1, whi le
the re was arach no id cyst as so ci a ted with me la -
nocy to ma of the op tic disc in Ca se 2. Arach no id
cysts are in tra-arach no id flu id col lec ti ons that ac-
co unt for abo ut 1% of all in trac ra ni al spa ce-oc cup -
ying le si ons, and can be con ge ni tal or se con dary.
The e ti o logy of arach no id cysts has be en a con tro -
ver si al and still re ma ins unc le ar, however it is
claimed that they might ari se from a de ve lop men -
tal de fect in con den sa ti on of the me sench yme or
from ab nor ma li ti es of ce reb ros pi nal flow.7 Ac hon -
drop la si a  is the most com mon he re di tary dwar -
fism. It is cha rac te ri zed by rhi zo me lic limb
shor te ning, mac ro cep haly, mid fa ce hypop la si a
with fron tal bos sing and short bro ad hands with a
tri dent fin ger con fi gu ra ti on. The phe noty pe of ac -
hon drop la si a is re la ted to a dis tur ban ce in en doc -
hon dral bo ne for ma ti on, du e to a mu ta ti on in the
fib rob last growth fac tor re cep tor-3.8

So far, we ha ve en co un te red no studies re por -
ting the as so ci a ti on of an arach no id cyst or ac hon-
drop la si a with me la nocy to ma of the op tic disc in
the li te ra tu re. Any re la ti ons hip  among the se di s-
or ders and me la nocy to ma of the op tic disc in

FI GU RE 3: a. Op tic disc hypop la si a and me la nocy to ma of the op tic disc in
the right eye of Ca se 2. b. Flu o res ce in an gi og raphy de mons tra tes hypof lu o -
res cent le si on ex ten ding to the ad ja cent cho ro id, on the su pe ro-na sal op tic
disc in the right eye of Ca se 2.

FI GU RE 2: In the left eye of Ca se 1, me la nocy to ma of the op tic disc in op ti -
cal co he ren ce to mog raphy 

FI GU RE 1: a. Dark brown tu mo ral le si on on in fe ri or part of the op tic disc in the left eye of Ca se 1. b. Flu o res ce in an gi og raphy shows hypof lu o res cent le si on ex-
ten ding ad ja cent cho ro id  in Ca se 1.
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terms of ori gin has not be en fo und. Me la nocy to -
ma of the op tic disc ari se from ne u roc hro map hin
cells, but arach no id cysts ori gi na te from me senc -
hyma. Ac hon drop la si a is ma inly an os te oc hon dral
di sor der.

In conc lu si on, with regard to the as so ci a ton of
me la nocy to ma of the op tic disc with arach no id cyst
or ac hon drop la si a, we co uldn’t put for ward a pa to -
ge ne tic mec ha nism. The re fo re, furt her stu di es are 
ne e ded as to whet her the se di sor ders form a syn-
dro me with me la nocy to ma of the op tic disc alt ho -
ugh the ori gin of ac hon drop la si a and arach no id
cyst has not shown any re la ti ons hip with me la -
nocy to ma of the op tic disc. Ho we ver, we sug gest
that syste mic in ves ti ga ti ons must be performed to
reveal any possible as so ci a ti ons in pa ti ents with
me la nocy to ma of the op tic disc.
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