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.RURLG YH UHWLQDQÕQ J\UDWH DWURILVL� oRFXNOXNWD EDúOD\ÕS �����
OÕ \DúODUGD N|UO�÷H \RODoDQ QDGLU ELU

NRU\RUHWLQDO GLVWURILGLU� 2WR]RPDO UHVHVLI JHoLú J|VWHULU� 3ULPHU GHIHNW PLWRNRQGULDO RUQLWLQ GHOWD

DPLQRWUDQVIHUD] HNVLNOL÷L ROXS� RUQLWLQLQ ELULNPHVLQH QHGHQ ROXU� 2N�OHU EXOJXODU� NRU\RUHWLQDO DWURIL�

DNVL\HO PL\RSL� NDWDUDNW YH J|UPH DODQÕ GDUDOPDVÕGÕU� +DVWDOÕ÷ÕQ ELUL %6 vitamin tedavisine cevap veren,
GL÷HUL YHUPH\HQ LNL WLSL YDUGÕU� %X \D]ÕGD DQQH YH EDEDVÕ NDUGHú oRFXNODUÕ RODQ J\UDWH DWURILOL LNL NDUGHú
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Anahtar kelimeler: Gyrate atrofi, hiperornitinemi

Gyrate atrophy of the choroid and retina : two case reports

Gyrate atrophy of the choroid and retina is a rare chorioretinal dystrophy that begins in childhood and
leads to blindless in the fourth to seventh decades of life.  The disease is traited in an autosomal recessive
manner.  The primary defect is deficiency of ornithine delta aminotransferase and causes an accumulation of
ornithine.  Ocular findings include chorioretinal atrophy, axial myopia, cataract and visual field loss.  We
report herein two cases of gyrate atrophy in one family.[Journal of Turgut Özal Medical Center
1996;3(3):226-229]
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*\UDWH DWURIL �*$�� NRURLG YH UHWLQDQÕQ QDGLU

UDVWODQÕODQ RWR]RPDO UHVHVLI JHoLúOL ELU

dejenerasyonu olup, ornitin delta aminotransferaz
�2$7� HQ]LP HNVLNOL÷LQH ED÷OÕGÕU� 2$7 DOID

ketoglutamat ve ornitini, glutamat ve glutamat
VHPLDOGHKLWH G|Q�úW�UHQ ELU NDWDOL]|UG�U� 2$7

HNVLNOL÷L KDVWDODUÕQ SOD]PD YH Y�FXW VÕYÕODUÕQGD

ornitinin normalden 10-15 kat fazla birikmesine yol
DoDU� +DVWDOÕ÷D EXJ�QN� LVPLQL ����¶GD )XFKV

YHUPLú� 6LPHOO YH 7DNNL GH ����¶GH

KLSHURUQLWLQHPL\OH LOJLVLQL VDSWDPÕúODUGÕU� +DVWDOÕ÷ÕQ

RN�OHU EXOJXODUÕ� NRU\RUHWLQDO DWURIL� DNVL\HO PL\RSL�

NDWDUDNW YH J|UPH DODQÕ GDUDOPDVÕGÕU� *\UDWH

DWURILQLQ PXKWHPHOHQ D\QÕ JHQLQ IDUNOÕ DOOHOLN

PXWDQWODUÕ úHNOLQGH L]DK HGLOHELOHFHN� ELUL %6

YLWDPLQ WHGDYLVLQH FHYDS YHUHQ� GL÷HUL YHUPH\HQ LNL

D\UÕ WLSL YDUGÕU� %6  vitaminine cevap veren tipin
NOLQLN VH\UL YH KDVWDOÕ÷ÕQ úLGGHWL GDKD KDILIWLU ������

+DVWDOÕN OLWHUDW�UGH ROGXNoD D] VD\ÕGD

ELOGLULOPLúWLU� ���� \ÕOÕQD NDGDU G�Q\D OLWHUDW�U�QGH

XODúÕODELOHQ ��� NDGDU ROJX PHYFXW ROXS� �ONHPL]GH

\D\ÕQODQPÕú ROJXODU GD YDUGÕU �������� %X \D]ÕGD

DQQH YH EDEDVÕ WH\]H oRFXNODUÕ RODQ LNL NDUGHú

gyrate atrofi olgusunu sunuyoruz.

OLGULARIN SUNUMU

OLGU 1: (NLP ����¶GD øQ|Q� hQLYHUVLWHVL

7XUJXW g]DO 7ÕS 0HUNH]L *|] $QDELOLP 'DOÕ¶QD

J|]O�N NRQWURO� LoLQ EDúYXUDQ �� \DúÕQGD ED\DQ

KDVWDQÕQ J|] PXD\HQHVLQGH J|UPH NHVNLQOL÷L VD÷GD
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5/10 (-6,0 -2,0 α 20 ile), solda 5/10 (-6,0 -2,0 α 160
LOH� VHYL\HVLQGH EXOXQGX� +DVWDQÕQ ELODWHUDO GLUHNW

YH LQGLUHNW ÕúÕN UHIOHNVL� J|]LoL EDVÕQo |Oo�P�� UHQNOL

J|UPHVL QRUPDO G�]H\OHUGH LGL� %LODWHUDO NDú� NLUSLN�

NDSDN� EXOEXV SULPHU GXUXú YH KDUHNHWOHUL QRUPDOGL�

Biyomikroskobik muayenesinde her iki gözde
NRQMRQNWLYD� NRUQHD� LULV YH OHQV GR÷DO ROXS�

vitreusta bilateral dejenerasyon mevcuttu.  Fundusta
PDN�ORSDS�OHU E|OJH GR÷DO� GDPDU DUNDGODUÕQGDQ

LWLEDUHQ UHWLQDGD ���� RODFDN úHNLOGH NHVNLQ VÕQÕUOÕ�

\XYDUODN YH ELUELUOHUL\OH ELUOHúLN NRU\RUHWLQDO DWURIL

DODQODUÕ J|U�OG�� 2SWLN GLVNOHU GR÷DO RODUDN

GH÷HUOHQGLULOGL� +DVWD\D ELODWHUDO DNVL\HO PL\RSL�

DVWLJPDWL]PD YH WLSLN NRU\RUHWLQDO DWURIL EXOJXODUÕQD

GD\DQDUDN J\UDWH DWURIL WDQÕVÕ NRQGX� <DSÕODQ

EL\RPHWULN PXD\HQHGH EXOEXV |Q DUND oDSÕ VD÷GD

25.70 mm, solda 25.65 mm bulundu. B-scan
ultrasonografide her iki gözde vitreusta
dejenerasyonla uyumlu yüksek amplitüdlü ekolar
PHYFXWWX� 7DP NDQ EL\RNLP\DVÕ� WDP NDQ VD\ÕPÕ�

VHGLPHQWDV\RQ RUDQÕ� WDP LGUDU WDKOLOL YH DNFL÷HU

JUDILVL WHWNLN VRQXoODUÕ QRUPDOGL� ((*� (0* YH

]HND WHVWL VRQXoODUÕ GD QRUPDO RODUDN

GH÷HUOHQGLULOGL� 3OD]PDGD RUQLWLQ YH LGUDUGD OL]LQ YH

VLVWLQ VHYL\HOHULQH EDNÕODPDGÕ�

$QDPQH]GH KDVWDQÕQ DQQH YH

EDEDVÕQÕQ NDUGHú oRFXNODUÕ ROGXNODUÕ

|÷UHQLOGL� +DVWDQÕQ DQQHVL� EDEDVÕ� LNL

HUNHN NDUGHúL� ELULQFL YH LNLQFL GHUHFHGHQ

DNUDEDODUÕQGDQ J|UPH úLND\HWL RODQ �

NLúLQLQ J|] PXD\HQHVL \DSÕOGÕ� %XQODUGDQ

KDVWDQÕQ ELU HUNHN NDUGHúLQGH GDKD �ROJX

�� J\UDWH DWURIL VDSWDQGÕ�

OLGU 2: �� \DúÕQGD HUNHN KDVWDGD�

J|UPH NHVNLQOL÷L VD÷GD ���� ����� ���� α
20 ile) ve solda 1/10 (-7.0 -1.5 α 30 ile)
seviyesinde bulundu.  Haricen kapaklar,
EXOEXV YH JOREXQ SULPHU GXUXú YH

hareketleri normaldi.  Bilateral direkt ve
LQGLUHNW ÕúÕN UHIOHNVOHUL� J|]LoL EDVÕQFÕ YH

renkli görmesi normal olup,
biyomikroskopik  muayenede bilateral
konjonktiva, kornea, ön kamara ve iris
GR÷DO LGL� +HU LNL OHQVWH KRPRMHQ

ROPD\DFDN úHNLOGH� E�\�NO�NOHUL

ELUELULQGHQ IDUNOÕ SXQNWDW RSDVLWHOHU

PHYFXWWX� 6RO OHQVWH D\UÕFD SRVWHULRU

subkapsüler kesafet mevcut olup, katarakt
ekstraksiyonunu gerektirecek derecede
ROPDGÕ÷ÕQD NDUDU YHULOGL �5HVLP ��� +HU

iki vitreus dejenere görünümde idi.  Fundus
muayenesinde  optik disk ve makülopapüler bölge
QRUPDO� GDPDU DUNDGODUÕQGDQ LWLEDUHQ UHWLQDGD ����

RODFDN úHNLOGH NHVNLQ VÕQÕUOÕ� \XYDUODN YH

ELUELUOHUL\OH ELUOHúLN NRU\RUHWLQDO DWURIL DODQODUÕ

tespit edildi (Resim 2).  Hastadaki aksiyel miyopi,
astigmatizma, katarakt ve tipik koryoretinal atrofi
EXOJXODUÕQD GD\DQDUDN J\UDWH DWURIL WDQÕVÕ NRQGX�

%XOEXV DNVL\HO X]XQOX÷X VD÷GD ����� PP� VROGD

����� PP VDSWDQGÕ� %�VFDQ XOWUDVRQRJUDILGH KHU LNL

Resim 2.2OJX �¶QLQ IXQGXV IRWR÷UDIÕQGD GDPDU DUNDGODUÕQÕQ GÕúÕQGDQ EDúOD\DQ

\XYDUODN� NHVNLQ NHQDUOÕ� ELUELUL\OH ELUOHúPLú NRU\RUHWLQDO DWURIL

DODQODUÕ J|U�O�\RU�

Resim 1. 2OJX �¶QLQ |Q VHJPHQW IRWR÷UDIÕQGD DPHOL\DW

gerektirmeyecek derecede arka subkapsüler katarakt
görülüyor.
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gözde vitreusta dejenerasyonla uyumlu yüksek
DPSOLW�GO� HNRODU PHYFXWWX� 7DP NDQ EL\RNLP\DVÕ�
WDP NDQ VD\ÕPÕ� VHGLPHQWDV\RQ KÕ]Õ� WDP LGUDU WDKOLOL
YH DNFL÷HU JUDILVL WHWNLN VRQXoODUÕ QRUPDO LGL� ((*�
(0* YH ]HND WHVWL VRQXoODUÕ GD QRUPDO RODUDN
GH÷HUOHQGLULOGL� 3OD]PDGD RUQLWLQ YH LGUDUGD OL]LQ YH
VLVWLQ VHYL\HOHULQH EDNÕODPDGÕ�

Her iki hastaya günde 750 mg B6 vitamini
WHGDYLVL EDúODQÕS� NHVLQWLVL] RODUDN NXOODQPDODUÕ
VDOÕN YHULOGL� +DVWDODU DNUDED HYOLOL÷LQGHQ
VDNÕQPDODUÕ WDYVL\HVL\OH \ÕOOÕN J|] NRQWUROOHULQH
DOÕQGÕ�

T$57,ù0$

Gyrate atrofi nadir, progresif bir koryoretinal
GLVWURIL ROXS� PLWRNRQGULOHUGHNL 2$7 HNVLNOL÷LQH
ED÷OÕGÕU� %X HNVLNOLN RUQLWLQLQ SUROLQH G|Q�úPHVLQL
engeller ve plazma, BOS ve hümör aköz gibi vücut
VÕYÕODUÕQGD RUQLWLQ ELULNLU� 6HNRQGHU RODUDN RUQLWLQLQ
JOLVLQ WUDQVDPLQLGD]Õ LQKLEH HWPHVL\OH NUHDWLQ
VHYL\HVL G�ú�N NDOÕU ������ /L]LQ�UL YH VLVWLQ�UL
ELOGLULOHQ ROJXODU GD YDUGÕU ����

Gyrate atrofili hastalarda koryoretinal distrofiye
VHEHS RODQ EL\RNLP\DVDO PHNDQL]PDQÕQ WHN EDúÕQD
KLSHURUQLWLQHPL\H ED÷OÕ ROPDGÕ÷Õ� ]LUD GL÷HU
KLSHURUQLWLQHPL GXUXPODUÕQÕQ KHSVLQGH NRU\RUHWLQDO
GH÷LúLNOLN JHOLúPHGL÷L ELOGLULOPLúWLU� .RU\RUHWLQDO
atrofiyi izah etmek için öne sürülen
PHNDQL]PDODUGDQ ELUL� DUWPÕú RUQLWLQLQ
ekstramitokondrial arjinin glisin transaminidaz
\ROXQX LQKLEH HWPHVL YH EXQD ED÷OÕ RODUDN NUHDWLQ
IRVIDW �UHWLPLQLQ D]DOPDVÕGÕU� .UHDWLQ IRVIDWÕQ
fotoreseptör hücrelerde yüksek konsantrasyonda
EXOXQDQ ELU HQHUML ND\QD÷Õ ROGX÷X ELOLQPHNWHGLU ����
$WURILQLQ QHGHQ SHULIHULN IXQGXVWDQ EDúODGÕ÷Õ
bilinmemektedir.

'L÷HU PXKWHPHO IL]\RSDWRORMLN PHNDQL]PD�
2$7 GHIHNWLQH ED÷OÕ RODUDN GHOWD SLUROLQ �
NDUERNVLODW �UHWLPLQLQ� EXQD ED÷OÕ RODUDN GD SLUROLQ
VHQWH]LQLQ D]DOPDVÕ� VRQXoWD GHOWD SLUROLQ �
NDUERNVLODWÕQ K�FUH LoL UHGRNV VHYL\HVLQGH YH KHJ]R]
PRQRIRVIDW úDQW DNWLYLWHVLQGH G�]HQOH\LFL URO�Q�Q
RUWDGDQ NDONPDVÕGÕU ����

*\UDWH DWURILOL J|]OHUGH \DSÕODQ ELU
KLVWRSDWRORMLN oDOÕúPDGD� DWURILN DODQODUGD
IRWRUHVHSW|U K�FUH ND\ÕSODUÕ YH \HU \HU UHWLQD
pigment epiteli (RPE) hiperplazisi ile RPE

hücrelerinde görülmeyen ancak fotoreseptör, kornea
endoteli, iris, korpus silyare düz kas ve silyare epitel
K�FUHOHULQGH L]OHQHELOHQ PLWRNRQGULDO úLúPH
ELOGLULOPLúWLU� 6|]NRQXVX \D]ÕGD \D]DUODU J\UDWH
atrofinin pirimer olarak RPE defektinden ziyade
IRWRUHVHSW|U DQRPDOLVL ROGX÷X NDQDDWLQH
YDUPÕúODUGÕU ����

Literatürde aksiyel hipermetropili olgular da
ELOGLULOPLú ROPDNOD ELUOLNWH ���� *$¶OL ROJXODUÕQ
���¶ÕQGD \�NVHN PL\RSL ����� YH ����� ' DUDVÕQGD�
UDSRU HGLOPLúWLU ���� $VWLJPDWL]PD GD ���� ' YH\D
GDKD ID]ODGÕU� %L]LP ROJXODUÕPÕ]GDNL GH÷HUOHU GH
EXQODUD X\PDNWD\GÕ�  Görme keskinlikleri bu
KDVWDODUGD �� \DúÕQD NDGDU WDVKLKOH WDPGÕU ���� 'DKD
VRQUDNL \DúODUGD JLGHUHN D]DOÕU YH �����
OÕ \DúODUGD
N|UO�N ROXúXU ����

.DWDUDNW|] GH÷LúLNOLNOHU ����� \DúODUÕ DUDVÕQGD
EDúODU YH ��¶OX \DúODU FLYDUÕQGD DPHOL\DW
gerektirecek ölçüde belirgin hale gelir (1).  Katarakt
genelde arka subkapsüler tipte olup, bir olguda
posterior subkapsuler kataraktla birlikte anterior
VXENDSV�OHU SODN NDWDUDNW UDSRU HGLOPLúWLU ����
2OJXODUÕPÕ]ÕQ ELULQGH �ROJX �� DPHOL\DW
gerektirmeyecek ölçüde bilateral punktat katarakt ve
sol posterior subkapsüler katarakt mevcuttu.
<DSWÕ÷ÕPÕ] OLWHUDW�U LQFHOHPHVLQGH *$ LOH SXQNWDW
NDWDUDNW ELUOLNWHOL÷LQH UDVWODPDGÕN�

.DLVHU�.XSIHU YH DUNDGDúODUÕ \DSWÕNODUÕ ELU
oDOÕúPDGD *\UDWH DWURILQLQ DLOH LoL IHQRWLSLN
YDU\DV\RQXQ DLOHOHU DUDVÕ YDU\DV\RQGDQ D]
ROGX÷XQX� \LQH KHWHURJHQHWLN ELU ROD\ÕQ *$¶QÕQ
IHQRWLSLN YDU\DV\RQXQGD URO DOGÕ÷ÕQÕ G�ú�QP�úOHUGLU
���� %L]LP ROJXODUÕPÕ]ÕQ DQQH YH EDEDVÕ WH\]H
oRFXNODUÕ ROXS� NOLQLNOHUL ELUELULQH \DNÕQ J|U�Q�PGH
idi.

Gyrate atrofili hastalar genelde normal zeka
düzeyine sahip olmakla birlikte entellektüel
IRQNVL\RQODUGD G�ú�NO�N YH DQRUPDO ((* ND\ÕWODUÕ
DOÕQDQ YDNDODU ELOGLULOPLúWLU ������� 2OJXODUÕPÕ]GD
]HND G�]H\L YH ((* VRQXoODUÕ QRUPDOGL�

*\UDWH DWURILGH J|UPH DODQÕQGD SHULIHULN
NRQVDQWULN GDUDOPD L]OHQLU �\DNODúÕN ���������
Elektrookülografi ve elektroretinografi (ERG)’de
VXEQRUPDO ND\ÕWODU VDSWDQÕU� )ORUHVVHLQ
anjiyografide oftalmoskopik olarak normal görülen
alanlar burada da normaldir (1).

Tedavide B6 YLWDPLQLQH FHYDS YHUHQ *$¶OÕ
hastalara piridoksin verilebilir.  Bu vitamin rezidüel
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ornitin amino transferaz aktivitesini sitimüle ederek
ornitinin plazma seviyesini azaltabilmekte ve
QRUPDO (5* FHYDEÕ VD÷ODPDNWDGÕU� $QFDN %6

YLWDPLQ WHGDYLVLQH FHYDS YHUHQ KDVWD RUDQÕ ��¶GHQ
D]GÕU ���� øNLQFL ELU WHGDYL \DNODúÕPÕ GD DUMLQLQGHQ
NÕVÕWOÕ GL\HW YHUPHNWLU� %X GL\HWOH NRU\RUHWLQDO
GLVWURILQLQ SURJUHV\RQXQGD GUDPDWLN \DYDúODPD
VD÷ODQGÕ÷Õ ELOGLULOPLúWLU ���� Ancak arjinin
NÕVÕWODPDVÕ SURWHLQOHULQ E�\�N RUDQGD NÕVÕWODQPDVÕQÕ
JHUHNWLUGL÷L LoLQ X\JXODQPDVÕ J�o YH WHKOLNHOLGLU
(11).

g]HOOLNOH WLSLN IXQGXV EXOJXODUÕQD YH GL÷HU NOLQLN
|]HOOLNOHULQH GD\DQDUDN WDQÕVÕQÕ NR\GX÷XPX] EX LNL
ROJX\X� ROGXNoD QDGLU UDVWODQÕODQ ELU KDVWDOÕN ROPDVÕ
QHGHQL LOH \D\ÕQODPD\Õ X\JXQ EXOGXN�
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