I'ONIAIAKH OEPAIIEIA - BOHOQNTAY TOYZ TYPAOYZ NA AOYN

H weloon snnpealer 45 skaropuvpia avBpwmoug o oAokAnpo tov koouo. H
VEVEUKY) Unxavikn xpnowyomnowitar mTAEov yia va Bspamncsvost aoBeveic pue ek’
yevetrj¢c Leber amaurosis, £va YEVETIKO TUTO TUPAOTHTAg

Fevetkn) pnxavikr, eivat o Xepiopodg Kat 1 peragopd yovidiov art’ tov evav
opyaviopo otov dAdov. Exel mpoxkaleost ernavaotaon ot Fevetikn kat €xet
EMITUXMOG XprnoporonOet yia va dnuioupyrioet MAnOwpa vE@v MPoioviev Ornwg
Bakipla T1IOU TIAPAYOUV XPHOIHES XNUIKEG ouoieg, KaAAAEPyeleg He
avOeKTIKOTNTA OTad IAPAOCITd, Kal OKOOolta {®a IToU €KKPIVOUV APHUAKEUTIKA
npoidvta Oto ydAda Toug. XT0 AIOyel0 100G TV £QAPHOY®DV TNG, I YEVETIKI)
pnxavikn Xxpnowporoteitat yua ) Beparneia aoBevelidv otoug avOparoug, pia
diadikaoia mou eivar yvootr) ®g yovidiakr) Oepareia. Xe €va eKIMANKIKO
napadetypa yovidiakrng Oepareiag , epguvnieg 1o 2007 petegpepav yovidia oe
TE00EP1S TUPAOUG aVOP®IIOUG ArtoKab10taOvIag PEPIKOG TNV 0pAoT| TOUG.

H opaon eivat n o moAutuipn art’ 0Aeg 1§ avipwruveg atodrjoelg. Xapn ‘ auvtrnv
propoupe  va  dwaPacoupe, va r1donynBoupe rmepvaviag avapeoa (1)
MAPAKAPITIOVIAG) Ta @QUOIKA eurodia, va avayveopiooupe @iloug, Kat va
aroAauooupe TV EKIMANKUKN O¢a g @uong. Kata tpaywkd tporo,
EKATOPPUpla avBpwriot €ival tugloi, 1] avikavol va douv kadd. H opaon ouxva
ermdelveveTal PJe To MEPAOHUA TOV XPOVAV: IPAYHATL Ol IEPLO0OTEPOL TUPAOL
Bpiokoviat petady 1wv NAKIOPEVOYV. Opeg pepkd maidid yevviouvial Tu@Ad,
Katl dAAa xdavouv v 6paoct) Toug o Pkpr) nAwkia. Epeuveg éxouv dei§el ot 1
KAnpovopikotnta eivat ureubuvn yua T1g P0G nepirou meputtmoelg TUPADONG
npw v nAkia v 45 etov. ES attiag g repumrAokotntag tou avlporiivou



patou Kat g 61aoudeong P VEUP®VEG TTOU PETEXOUV OTNV OITTIKY aiodnor, ot
eAAeiyelg oe éva peyado apiBpo yovidieov propei va odnyr|oetl oe TUPARDOT).

H yovibiakrn) Bepareia €xel eappootel oe €va OTAVIO YEVETIKO TUIO TUPARDONG
yvootr) oav Leber ek’ yevetrlg apauvpworn (LCA-Leber Congenital Amaurosis),
otV oroia uridpxet petaddain oe €va arno ta urnapxovia yovidia rmou eivai
unevbuva yia v avamtudn 1) ) Asttoupyid IOV (PEOTOUITOO0XE®V  OTOV
apoeipAnotpoednn. H aoBéveia LCA rAnpovopeitat oav — AUTOOOUIKO
UTTOAEUTOPEVO XAPAKTINPIOTIKO: 0 avOpwrtoug pe duo edattopatika aviiypaga
tou yovidiou, 1a @O0 -Urodekukda Kuttapa neBaivouv. Ze naidd 10U
yvevviouvtal pe LCA, apXifel o ek(@UAIOPOG TG OpAoNG APECKS HETA T YEVVIOT),
Kadl Ol TEPLO0OTEPO eival MANP®G TUPAol otnv nAkia tewv 40 etov.

‘Evag tinog tg LCA npoxkalAeitat and €AAswyn oto yovidio RPE65, 1o omoio
KOO1KeVEL eéva eviupo 1ou BonOd otn petatport) g Prrapivng A oe podowyivn,
Pla XP®OTIKL] TOU aroppo@d 10 @®G. Xwpig 1o &viupo, dev mapdyestat
podoyivr, KAl ta @ATOUMOOEKTIKA KUTIAPA aATpo@ouv pe tnv 1dpodo Tou
xpovou. To 1998 epeuvniég avaraduyav otl pepikoi Zoundikoi okvdotl Briard
éxouv €AAewyn tou yovidiou RPE65S kai tugAwvovial. H épeuva oe autd ta
OKUA1d, 00rynoe oe KAAUTePrn KATAVOrNOr ToUu NG ol eAAeiyelg oto RPE6GS,
MPOKAAOUV TUQA®ON, pe arotédeopa va 1potabel evag 1mbavog Tporog
Bepariélag - n yovidiakr) Oeparteia. To 2001 o1 epeuvnieg uniefaddav tpia pikpa
oe nAwkia okUAld oe yovidiakn Bepaneia. H opaor) toug BeAtiwbnke apketd,
®OTe va UMmopouv va aro@sUyouv aviikeipeva kat va Ppiokouv dpopo (va
rmAonyouvtal) oe AaBupvOndelg Xwpoug.

To 2007 epeuvnieg otnv [MevouAPBavia kat Aovdivo, xpnopornoinoav yoviSiaxkr)
Beparneia oe 1€00eplg aobeveig ou értaoxav anod LCA. e kaBe aobevr| e101x0n
avtiypa@o 10U (PUOI0AOYIKOU Yyovidiou, Pe @opeéa £vav YEVETIKA TPOITOITOUHIEVO
10 TIOU PEeTeEPePe  €va  AETOUPYIKO aviiypago tou yovidiou RPE65. Ta
arotedéopata rfrav Beapatuka - dpapatikd: odotr ot aoBeveig mapouociacav
onpavukr BeAtioon oy ortikr aioBbnor. Mepikoi ot mpwv nrav kavoi va
€AEYXOUV HOVO KIVIOEIG XEPIQV, Prtopouoav va d1afalouv apKeteg ypapeg oe
éva katdAAnAo ornuikod diaypappa. Evag acbevng pmopouoe va repdoet anod pia
nopeia epmnodiov mou mnpwv aduvatovoes va dwanepawwosl. Katr ol tecoepelg
ao0Beveig 1)TavV XAPAKINPIOPEVOT WG TUPAOi, Op®G ta arotedéopata £€dei§av ot n
yovibiakr) Oepareia propet va eivat anotedeopatikn ya tv LCA. Ot epeuvnieg
MAEOV XPNOoorolouv yovidiakn Beparneia oe erurpoofeto aplOpo acbevov pe
LCA: 1a anoteAéopata nrav Beapatika e161kda pe vedtepoug o nAikia aobeveig,
HePKOL aro toug oroioug BeAtwdnkav apKetd, 000 WOTE va PITOPoUV MMAEOV va
naifouv sports!!.
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e Leber congenital amaurosis

https:/ /pubmed.ncbi.nlm.nih.gov/ 10527670/
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Leber congenital amaurosis: genes, proteins and disease
mechanisms

https://pubmed.ncbi.nlm.nih.gov/ 18632300/

RPEG6S gene therapy slows cone loss in Rpe65-deficient dogs

https://www.nature.com/articles/gt201263?report=reader

The effect of human gene therapy for RPE65-associated Leber’s
congenital amaurosis on visual function: a systematic review and
meta-analysis

https:/ /link.springer.com/content/pdf/10.1186/s13023-020-1304-
1.pdf

Gene therapy for RPE65-related retinal disease

https://pubmed.ncbi.nlm.nih.gov/30335549/

Available Evidence on Leber Congenital Amaurosis and Gene
Therapy

https://pubmed.ncbi.nlm.nih.gov/27686653/

Gene therapy for Leber congenital amaurosis: advances and future
directions

https://pubmed.ncbi.nlm.nih.gov/22644094 /
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