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EYXAPIXTIEX

Oa nNbsho va ekppdom TIC MO Oepuég poOv  guyoploTieg TPog TNV
Avaminpotpio Kadnyntpio O@BoAiporoyiag k. Mapio Ztepovidtov Yoo TV
gumotoovvn mov €0e1ée 610 MPOCOMO oL Kol TNV oavabeon Tov BEuATog NG
mopovoas OTpng. Tnv uyoplotd yio ™ SLVUTOTNTO OV OV TPOGEPEPE VO,
acyoAn0®d pe €va eEAPETIKG EVOLOPEPOV OVTIKEIILEVO KOOGS Kot yio T SlopK Kot
0VLGLOOTIKN EMPAEYN TNG TPOOTAOELG LoV KO TNV LIOGTNPIEN, EMGTNUOVIKT KO
NOwn. O evBoLGLOGHOG Kt TO OPapLd TG Yo T1 ONILoVPYio KEVIPOL OvaQOPiS Yol TIG
dvotpoeieg tov apPipAnotpocdovg ot BA EAAGSa amotédecav kivntpo yoo thv
0AOKAM PO NG O10aKTOPIKNG 1oL dtatpiPnc. H evyévela ko 1 epyatikdtnta mov v
yopaxTnPilovy amoTeAOVV TPOTLTO YO TV TEPOUTEP® TOPELN LLOV O 0QHOAUINTPOL.

Evyapiotd Oepud tov Kabnynt Oebaiporoyiag k. Midtidon Acmudtn yo
TNV OVCLUGTIKY VTOGTNPIEN Kot KaBodnynor| tov ko’ OAnN T ddpkela TG TapoHGOg
owtpPng ko g ewikevong pov ommv OebBoiporoyia. H Ponbewd tov vanple
KOOOPIOTIKT Y10l TNV EMLTVYN OAOKANPOOT TG TPOCTADELAS LLOV.

Eniong, evyapiotd OBeppd tov Avaminpot) Koadnynmm Oeboaiporoyiag k.
Xpnoto Karoyepdmovro, yio tnv vrostipiEn Kot v €motnovikn tov forfewa. H
eMPovN Kol 1 HeBOOIKOTNTO TOV TOV SOKPIVOLV MG EMGTAUOVO OTOTEAEGAV TTNYN
£uUmvevong 06OV apopd GToV TPOTO TPOGEYYIOTG EVOS OALTNTIKOV OEUATOC.

Oa NBeha va ekepac® TiG BEpUES OV EVYOPIOTIEC TPOS TNV AVUTANPOTPLOL
KoOnymtpia Tevikng Buooloyiag-latpikng Tevetikng k. Mopika Xvppov, Ttov
Avaminpom Kabnynt Poyatpicig k. Oopd Yoeovty, tov Avarinpot] Kadnynm
Nevporoyiag k. I'edpyo Aoayd kot tov Avaminpot Koabnynm QPA k. lodvvn
Kootaviovddkn, péAn ¢ entopehodg  €EETAOTIKNG  EMITPOTMNG, YW TIG
EMOWKOOOUNTIKES TTOPOTTPTGELS TOVG.

Evyapiotd 10 mpocwmikd, wotpikd kot voonAevtikd, g Ilavemotpiokng
OpBaiporoyikng Kuvikng yua ) Ponfeta kot v dyoyn ocvvepyasio. [dwitepa o
NnBeia va gvyapiomom v empenntpe A" tov EXY k. Xpvoavyn Ianmd yo t1g
ToAOTIEG GLUUPOVAEG, TNV emGTNHOVIKY BonBsta Kot TV NOKY| vTooTNPIEY.

Evyapiot®d Oeppd tovg mdoyovieg amd KANPOVOUIKEG OLOTPOPiES TOL
ApPPANCTPOEWBOVS TOV GLUUETEIYOV OTNV Topovca UEAETN. ATOTEAEGUA TNG
ouVaVACTPOPNG Hov pall Tovg fTav 1N SELPVVOT TOV YVAOGEDMY LoV OAAL Kol Eval
naonua Lonc. Evyopiotd emiong tovg avOpmdmovg mov déytnkay vo vrofAndodv ce
€EETAGELC TPOKELUEVOL VO dNULoLPYNOOVV BAGEIS PUCTIOAOYIKAOV SEGOUEVDV.

Téhog, opeil® éva HeYOAO EVYOPIOTD GTNV OIKOYEVELL OV KOl GTO GUVTPOPO
Hov Yl TO OTL polpdotnkay Tov evOOLGLOIGHO HoL Yoo TNV eKTOVNoYN NG
GLYKEKPLUEVNS S1ATPIPNG KoL LoV TTAPETYOLY TV OVOLYKOLOL WOYOAOYIKT VITOGTHPIEN.

l'eowpyia I'. T,

Iodvviva, 2013






HPOAOI'OX

Ot g€eli&elc 6TOV TOPEN TV YEVETIKOV VOOIUATOV TOV OUQIPBANGTPOEdOVG

NtV OAROTMOELS TO  TEAELTOUOL  OEKAMEVTIE  €TN. XTO  OLIOTNUO  OVTO
Tpaypototombnkoy Kol ot mpmdTeEG omomepeg Oepamevtikng mapéuPaocng o€
TAoYOVTEG A TO GUYKEKPIUEVO VOONUATO, OPIOUEVES OO TIS Omoies avEJEEaV
eAmooeopa  amotedéopota (wy. yovidlokn Oepameio Yo acBeveic pe ovyyevn
apovpwon tov Leber).

H mpdodog otov Topén TG OmEKOVIONG TOL OUEIPANCTPOEBOVS, UE TNV
gloaywyn oty KMviK mpdén pedddwv Om®G 1M QOCHOTIKY OTTIKY) TOUOYPOPio
cuvoyNg Kot O avtoPBoplopnds, GLVEBOAE ONUOVTIKG OTNV  KATOVONOT T®V
LOPPOAOYIK®V KOl  JOUIK®V  aAlay®dv mov yopoaktnpilovv tov macyovta
apeipAnotposdn. IlapdAinia, onuoviikn sivor n mpdodog OGOV agopd oIV
KATOVONOoTN NG OlTapaynNG OE HOPLOKO EMMEDD. XVVEYMG OVOKAADTTOVIOL VEEG
HETOAAGEELG vevBuveg Yo TIC Opopeg HopeEg Ovotpogiag. Televtaia, TO
EVOLOPEPOV TV EMOCTNUOVOV LLE EPELVNTIKO OVTIKEILEVO TIC OLGTPOPiE TOL
APPPANCTPOEBOVG GTPEPETAL TPOGS TIG CLGYETIGELS POLVOTVTTOV-YOVOTLTOV.

H oavtiotolyion yovOTLMOL-QOIVOTUTIOL TOV  GUYKEKPLUEVOV  0c0evOY
mopovctdlet Waitepeg SLOKOMES, KOOMDS 01 vVOGOL amd TIC 0moieg mAGYoLVY eppavilovy
TEPACTIO. KAVIKT Kot YEVETIKY| €TepOYEveLla. To yeyovdg avtd dev €xel EMTPEYEL TNV
Tavouno”n TV SLGTPOPLOV TOL AUPPANCTPOEWOVS e TPOTO KOBOAKE OmMOdEKTO
Kot Agttovpyikd. Kobdg odnyodupoote otadiokd otnv  Katnyoplomoinon twv
ouyKekppévay tadncewv pe facn t poplakn PAAPN, amoktd wWiaitepn onuacio o
aKp1PNG Kot AETTOUEPNS TPOGOOPIGLAG TOL PALVOTLTTOL TOV UGOEVAV.

O o16)0¢ ™G TapoHGOS STPPNG NTAV O TPOGOHIOPIGHOG TOV PALVOTLITOV Yo
éva ohVOLO TaoyOVIOV pe kown mpoélevon omd v meployn ¢ Hmeipov ko m
e€aywyn CLUTEPACUAT®OV OV APOPOVV GTOVG 1010VG TOVG acBevelc OGO Kol OTIC
dvotpoeieg 0V AUPPANGTPOEIODS YevikOTepa. [dwaitepn Papdtnta 660nKe oTOV
TPOGOOPIGUO TNG TOLOTNTOS TNG 0PN TV AcHEVAV, 6T UEAET TOV PETAROADV
o™n doun Kot Kupimg o1 Aeltovpyio TOV TACYKOVTOG AUPPANGTPOE0VS, OTMS aVTN

OTOKAAVTITETOL LEG® TOV NAEKTPOPUGIOAOYIKOV EAEYYOV.
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Yvuvronoypaoisc (arAooBnticd)

AVMD: adult-onset vitelliform macular dystrophy (AexiB6popen dvotpogio g
@YPAG TOV EVIAMK®V)

B-Y: blue-yellow (unhe-kitpwvo: a&ovag ovyyvong oto Farnsworth-Munsell 100 Hue
test)

CAT: cube average thickness

CD: cone dystrophy (dvotpoeio kovimv)

CFT: central foveal thickness

cGMP: cyclic guanosine monophosphate

CRD: cone-rod dystrophy (dvoetpogio koviov-papdinv)

CS: contrast sensitivity (evaicOnoio ot eotevn avtifeon)

CST: central subfield thickness

CV: cube volume

EOG: electrooculogram (niextpoogbaipoypdaenua, HOI)

ERG: electroretinogram (niextpoapipinotpoeidoypaenua, HAT)

ffERG: full field electroretinogram

FT: foveal thickness

IS/OS: inner segment/outer segment (éow/ £€m TUALO TOV POTODTOS0YEMV)

LCA: Leber congenital amaurosis (cvyyevig apadpwon tov Leber)

MFERG: multifocal ERG (molveotiokd nAekTpoapptBANGTPOEdoypaenua)

OCT: optical coherence tomography (omtikn topoypagio Guvoyng)

OPs: oscillatory potentials (toloviooikd dvvopukd)

PERG: pattern electroretinogram

R-G: red-green (koxkwvo-mpacwvo: a&ovag ocbvyyvong oto Farnsworth-Munsell 100
Hue test)

RP: retinitis pigmentosa (peAayypmotikny apeipinotposidonddeia)

SD-OCT: spectral domain OCT

STGD: Stargardt’s

TD-OCT: time domain OCT

VA: visual acuity (omtikn o&0mta)

VEP: visual evoked potential (ortikd mpokAntd duvouika)
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1. BAYIKA XTOIXEIA ANATOMIKHY - ®YZIIOAOIIAX
AM®IBAHETPOEIAOYXH

1.1 BAXIKH ANATOMIKH AM®IBAHXETPOEIAOYZX

O ouePANcTPOEdNG YLITOVAG ATOTEAEL TO TUAUA €KEIVO TOL 0POAALOD OOV
TO0 QOTEWVO £pEDIoUA PETATPEMETOL GE VEVPIKT MGT, LOICTATOL L TPATNG HLOPPNG
enelepyacia kot petafiPaleTor 610 KeEVIPIKO veELpKd cuoTnUa (OTTTIKN 000G), Yo Vo,
KOTOANEEL OTOV OTTIKO QAOLO TOL gyYKEPAAOV. O aupiBAnotpoedng mepiPdriel To
omicho tunua TS VAAOEWIKNG Koot toc. Exteivetan amd ta Opla tov omTikov
O0lokov Tpog T gUmMPOS UEYPL TNV TPOVEOTH TEPLPEPELD, OMOV UETAMIMTEL GTO
AKTIVOTO cOMa. Amotedeitar amd dV0 empuépovg METOAA: TO HEAAYYPOLY E€MBONAL0
eEMTEPIKA KAt TOV 100G AUPPANGTPOELIN 1 VELPOETIONALO TPOG TOL EG M.

To pehayypovv emBIr0

To pehdyypovv emBnho omoteleiton omd €va oTiyo KLPOEWOV KLTTAPWV,
TVl o€ ypwotikn (pnedavivn). H Bdon tovg givar otpappévn mpog to yoploeton
YTOVO KOl 1) KOPLOT TOLG TPOG TO VELPOOUPIPANGTpoewdr). Ta kvTTOpPA TOV
peAdyypov emBniiov cvvdéovior oyvpd HeTaD TOLG KO HE TNV VTOKEIpEVN
ueuPpdvn tov Bruch, evdd mn ovvdeon tovg pe tov 18i0¢ ou@PANcTposdn eival
oxetkd yoiapn. H €ow mhevpd tov peldyypov emBniiov odwbéter apOoveg
LUKPOAGYVES, OYNUATICHOVS HETOED TOV OMOIMV EGXMPOLV Ta £® TUUOTO TOV
POTOVTOO0YEWV.

O pdiog TOL peAdyypov emBnAiov eivarl dwitepo oNUAVTIKOS, KAOMSG: o)
eEMEYYEL TN UETOQOPE OVOIDV OTO TO YOPLOEWY] TPOS TOV AUPPANGTPOEdN (£
OLULOTOOUPIPANCTPOEOIKOC OPaYUOS), PB) KOAOTTEL TIC UETOPOAIKES OVAYKES TV
POTOVTOO0YEMV KO OEXETOL TO TAPAYMYO TOV UETAPOAGLOV TOVG, Y) GUUUETEYEL OTN
QOYOKLTTAP®OT TOV £E® TUNUATOV TOV POTOVTO00YE®Y, 0) GUUUETEYEL GTOV KOKAO
TOV PETVOEW®V KaBDG amodnkevetal e avtd PeYOAN TOGOTNTO PETIVAANG KOl €)
AMOTPEMEL POLVOLEVO OLAYVONG TOV PMTOG TOV PTAVEL GTNV TEPLOYN, LEGM TNG TKOVNIG
TOGOTNTOG YPWOTIKNG TOL TEPLEYEL.

0 wiong apeiinoctpostong

Ta kutTopkd otoryeior oV AmroTELOHV TOV OIS AUEPANGTPOEDT| KAONDS Kot
0l LETAEL TOVG GLVOECELS O1ATACCOVTAL GE OTIRAdES, Tov amd EEm POg Ta 6 €lvar

GUVOTTIKA 01 €ENG:
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i) H omifada tov gotovmodoyimv, mov mepthapufavel ta £ Kot to
€00 KOPLO LT TOV QOTODVTOd0YEWMV (pafdimV Kot Koviny).

i) H éo «xokkddng otPpdda (outer nuclear layer-ONL), mov
AOTEAEITOL OO TOL KLTTOPIKA COUATO TOV POTOVTOS0YEMV, T, omoia ywpilovtat and
ta €€ ko oo Tufpota péowm Tov £Em agoplotikod vuéva (external limiting
membrane-ELM).

iii) H é¢o owmom otiPfade (outer plexiform layer-OPL), n omoia
neplhapPdvet TIc cLVOEGEIS HETAED TV POTOVTOOYEMV KOl TV VEVPIKMOV KVTTAP®V
nov Ppickovror eodtepa (dimora, oplovTia, apokphva).

iv) H éo0 xokkddng otifada (inner nuclear layer-INL), mov amoteleitan
07t TO GOUATO TOV TOUPATAVED KUTTAPMV.

V) H éoo Odwmot) otPade (inner plexiform layer-IPL), mov
neprhapPdvet T1g cvvdécelg Tv kuttdpov g INL pe ta kdttapa g otfddog tov
YOYYAMOKOV KOTTAP®V.

Vi) H otpdda tov yayyhokov kuttapov (ganglion cell layer-GCL). H
televtaio €KTOC omd TO yoyyAMokd meEPLEXEL Ko apokpvuivo kuttapa. Ot vevpikég
AMOANEELS TOV YOYYAOK®OV KUTTAPOV ATOTEAOVV T GTIRASN TV VELPIKAOV VAV amd
TIg omoieg oynuoatifetor o0 omtikd vevpo. O €om agopiotikdg vuévag (internal
limiting membrane-1LM) dwaympilet T oTifada TmV VELPIKGOV VOV atd TO VOADIEG
OO

Ta vevpd kOTTOPO TOL AUPPANGTPOEIDOVS aviikovy G€ €61 KOPLeg OUAdEC,
Kofepd amd TG omoieg meptlopfdver kOTTOPO TOV  OUOLALOVV  LOPPOAOYIKAL,
YPNOLOTOLOVV TOVG 110V vevpodtaPifactéic kot Ppickoviat og opiopévo Bdbog péca
oToV aUEIPANCTPoEdn). Ot KOpleEg VeEVPVIKEG TAEELS GTOV AUPIPANGTPOELdN lval ot
edng:

) Ov potodvmodoyeic. [lepthappdvovv ta pafdio, mov givar vrevBuva
Yo v 6pacn 6To MYooTOd (MG, Kol To K®vio, vrevbuva yio TV LYNAN OTTIKN
oELTNTO KO TNV aVTIANYT TOV YPOUATOV. XT0 ££® TUUOTO TOV KVTTAPOV OUTOV,
omov Ppickovtolr o1 QwtogvoicONTEG YPWOTIKEG, OMOPPOPATAL TO (GOG KOt
LEeTOTPEMETAL GE VELPIKO onua (poTopetatpomi-phototransduction).

i) To dimola kOTTApA. ATOTELODV TO VELPGOVO deHTEPNG TAENG GTOV
apuepAnoTpocdn. Aéyovror vevpikd epebiocpoata omd to €EMTEPIKA TUNUOTO TOV
apeipinotposidong (outer retina) wor to petafipdlovv otig ecmtepeg oTIPASES

(inner retina). Awxpivovior oe OFF-dimola, ta omoio 0dnyodvial o vepmdimon
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pHe v emidpaocn tov QmTOC, kol o ON-dimola, oto omoio TO QMG TPOKOAEL
ekmolmon. H tedevtaio avt dwodikacioo £el ¢ ATOTEAEGUA TNV OVOGTPOPT TOV
onuoatog (signal inversion).

iii) To opwloviie kOTTOPO. ATOTEAOVV OIAUECOVG VEVPMDVEC OV
Bpiokovton ota £E® tumpata g INL, kovtd ommv OPL, kot ekteivovtol mhayimc.
Aéyovion epebiopato omd TOVE POTOVTOOOYEIC KOl UETOOIOOVV (GELS GTO. OITOAM
KOTTOPO 0ALGL Kol GTOVG PMTOVTOS0YELG, GTOVS OTTOIOVE dNUIOVPYOVV EVA OVAGTPOPO
feedback. H Aertovpyio avty Pondd tovg pwrtodmodoyeic vo avtamokpifodv oTig
KPEG aALOYEG QOTEWVOTNTOG TIOV XOpaKTNPILoVV TIG AEMTOUEPEIEG UIOG EKOVAG,
KaODG amocsPévetar | LEGN GOTEVOTNTO TTOL TIG TEPPAAAEL.

iv) Ta apaxpOve kotTapa. [Ipdkettar yio didpecovg vevpmveg ot omoiot
Bpiokovion mo eocmtepikd omv INL. Xvvodovtar pe ta yoyyAMokd Kot To OimoAd
KOttapa. ‘Eyovv avactoltikd wvpiog poAo evd mopdAinioa cvupdiiovv oty
eneEepyacia Tov ONUATOG TOL Ba PTAGEL GTA YayYAlOKA KOTTOPA.

V) Ta yoayyhMoxd kdtTopo. Amotelodv T0 vevpdva Tpitng TAENG GTOV
apepAnotpocdn. Yadpyovv ON- kor OFF- yayyhokd kbtTopa, Tov cuvodoviol pe
TOVG avTioTOYoLg TOMOVS dimoAwv KuTTdpwy. Ot vevpdloveg TV YoyyYAMOK®OV
KUTTOpoV oynuotifouv 1o omtikd vedpo, HE TO OMOI0 1M OMTIKY TANPOoopia
LETOPEPETOL GTO AVADTEPH EYKEPOUMKA KEVTPAL.

vi) Ta interplexiform cells (IPCs),> ov &yovv TapOHOLES WBIOTITES LE TOL
apokpOve. KOTTOPO, OCTOCO UETAPEPOLV TANPOPOPIES amd TIG £6® TPOG TIG EE®
oTIRAdES TOL AUPPANGTPOELOOVG.

O apeipAnotpoeidng teprrapfavet emiong apbova kKvTTOPA YAOlOg (KOTTOPO
tov Miiller, actpokvTTOpa Kol pikpoyAolokd KoTTOpa), T omoia dadpapatilovv
OOUIKO POAO KOL GULUUETEYOVV OTO UETAROAMGUO TOV VELPIKAOV KLTTAP®V TOL

apPPANCTPOEBOVG,.
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Ewova 1.1. Baowd xuttapikd ototyeio Kot cuvayels Tov apugipAnotpostdovs. Eivor

r I4 4 6
eppaveic ol avriotolyes oTiPdoec.

H oapdtoon tov ¢otodmodoyxéwv Kot Tov peAdyypov emOniiov mpoépyetol
amd TO YOPLOTPLYOEWN, EVA Ol E€0MTEPES OTIPASES TOV  AUPPANGTPOELDOVS

QLULOTAVOVTOL OO TV KEVIPIKN aptnpio Tov apuePANGTPOEd0VGS.

1.2 H QXPA KHAIAA

H oypd knAida (macula lutea) amoteAei pion woedn meployn otov omicHio
oo SapéTpov mepimov 4.5mm, mhovoto oe Kitpvn ypwotikh (EavBoeOAAn). 1o
KEVIPO NG OYPAC PplokeTar, pe TN HOPPY EVIVAMOUATOS GTNV £0M EMUPAVELL TOV
apeipinotpocidovg, 1o Pobpio (fovea centralis), dwuétpov mepimov 1.5mm. H
Kevipwkn mepoyn g fovea, dwpétpov 0.350mm, ovopdletonr kevipucd Pobpio
(foveola).

Amo to kevipikd Pobpio amovsidlovv ta pafdia, evd ta Kovio gpgoviCovv
ekel ™ péylom ovykévipwon (=200 OOO/mmz). 210 kevipikd Pobpio, kdbe kwvio

ouvoéetar pe €va dimodo KOHTTOPO Kot avTo pe Eva yoyyAakd. Emmiéov, amovoidlovv
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amd TNV T|EPOYN] TO OOUATO TOV KLTTAP®V TV €00 oTIAdwv  Tov
apeIPANCTPOEOOVE, Ta. omoin PpicKovTol LETATOMIGUEVO TPOG TO TAAYLN, MOTE TO
QMG TOV PTAVEL OTO KEVIPIKA KwVio vo Y€l VTOGTEL TPONYOLUEVMOG TNV EAAYIOTN
dvvat) Tapopdpe®or. 1o kevIpikod Pobpio dev vmapyovv S-kwvia (evaicOnta cto
UTTAE P®G), EMOUEVMG OMOVCIALEL 1| YPOUOTIKY EKTPOM TOV YopokInpilel To Umie
edopa ¢ opatng oaktvoforiog. Olo To TOPATAV® E£XOVV OC OMOTEAEGHO VO
EMTVYYAVETAL 1] LEYIOTN duvath ortikn o&vtnta otr foveola.

H meproyn dwapétpov mepimov 0.400mm mov mepifdrietl to kevipikd Pobpio
Kol otepeitan tpryoedmv ovoudletar avdayyetog (ovn (foveal avascular zone, FAV)

Kot Tpoodopiletar pe axpifeto pdvo pe ™ eAovopoayysloypapia.

1.3 OI ®PQTOYIOAOXEIX

O apBudg tov poPdiov otov oaueiPAnctpostdn eivon >100x10°, 7o
LEYOADTEPOG OO 0,TL TOV Koviov (= 5x10°). Ta pafoio Bpiockovrar xvupimg cTov
ePLPepkd  apeipAnotpoedn. H péyiotn mokvomntd tovg evromiletar otig 20°
TEPIMOV A0 TO KEVTPO TNG WYPAES, evd 6T0 KEVIPIKO Pobpio dev vdpyovv papdia.
Avrtifeta, To kK@via evromilovtal Kupimg oV Tepoyn g wypds Kot wiaitepa 6To
BoBpio, evd Mo mepLpePIKd 0 aplBdg TOVG HEUDVETOL 0LGONTA.

Ta kovio elval vrevBova yio tnv evkpv| Opaoct oe GLVONKES OYETIKE EVTOVOL
QOTIoPOL (POTOTIKN 0paon) kabdC Kat Yo TV avTiinyn tov xpoudtov. Ta papdio.
glvar moAd mo gvaicnta oto e amd 0,11 Ta Kovio Kot gival vrevBuva yo TV
opacn o cuVONKeS aULOPOY POTIGHOV/GKOTAOL (6KOTOTIKY Opact). To choTua
tov poPdiov eppaviler oaloonueiowt oOykAlon: moAAG pofPdio  pmopel va
ouvAmTovVTOL HE €va OImOAO KUTTOPO Kol TOAAG OlmoAa pe €vo yoyyMoko, e
amotédeopa TV avénon g evalotnciog oto potewd gpébiocpua. H ovykhon avt
dgv mapanpeitan oto kwvia Tov Kevrpkov Pobpiov, dmov 1 avaroyio kwvio: dimoAo:
yoyyMaxo xottapo etvon 1: 1: 1, yeyovdc mov €yel oG amoTEAEGHO TNV LYNAY
OlOKPITIKN KOvOTNTOL. AKOUN pio 010popd HETAED TV 000 TOI®V EOTOVTOOOYEMV
cuvictatol 6To 0Tl To Kovia omokpivoviar toyvtepa oe oxéon pe ta pofdio og
tayeieg evaAloyég emTog.

Ot potoiT0d0YElC amoTeAoVVTOL OO £E® TPOG T 0 amd To €61G TUNLOLTOL:

a) 1o gEmtepiko Tunpo (outer segment, OS), 6mov cviiauPdavovtarl ta
QOTOVIN Kol EEKVA 1 Stadikacion TS OTOUETATPOTNG. To oyfua Tov SpEPEL oTa

dv0 €idn PoToHTOd0YEWV (KLAMVOIPIKO oTo pafdia, KoOViKd ota kmvia). To é£m Tunua
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TOV  QOTOVTO00YE®V  TEPIAOUPAVEL  €KOTOVTAOEG UEUPPAVAOIES OIOKOVG 7OV
dl0TdocovVTOL GE GTHAT KO TEPLEYOLV TIC OMTIKEG YPWOTIKES. O1 TEAEVLTAIEC ATOTEAOVY
ouvovacpo g 11-cis-peTvaing kou pog mpwteivng (oyivng). H ortikn ypwotikn
TV pafdiov ovopdletar podoyiv, Ve Yo T0. KOVIOL VITAPYOLV TPELS SLOPOPETIKES
YPOOTIKESG, EVLOHCONTEC GE SLOUPOPETIKG UK KOLLOATOG.

B) Tov cuvanTikd KpOGGO

Y) 10 g6@TEPKO THpo. (inner segment, IS), mov dadpapatifel onuoviikd
poAo 6TOV KVLTTOPIKO petafoliopd. Atapeitar oto edleryoedéc tunuo (ellipsoid),
npog 1o £€m, 10 omoio mepLEyel apbova ptoydvopla, Kot 6to pooedég (myoid), mpog
T €00, Omov Ppioketon To evdomAaouatikd diktvo kat 1 cvokevy Golgi.
MepBpavadels 6ioKol Tapdyovtor GuVEX®MS Amd To OpYovidld TOV £6( TUNLOTOS TMV
QPOTOVTO00YE®V, HETAPEPOVTOL OTO £E® TUNUO Kol TEMKG amomintovv, omdte
QOYOKVTTOPOVOVTOL OO T KOTTOPO TOL HEAAYXPOL EmONAiov.

d) Tov Tupnva Kot

€) TN GLVOTTIKY ATOANEN, TOL SAPEPEL LOPPOAOYIKA LETAED TV pafdimv Kot
TOV Koviov Kot ovopdletor ouvamTiKO o@opidlo Kol GUVORTIKOG TOdIGKOG

avTicToy .

Outer segment

Connecting cilium

Inner segment

Nucleus

/ \\‘\\_
(‘ ’ .m.. \ (g,vg(}\ Synapse

Ewéva 1.2. Bacwr Sopr tov potovmodoyéa (papdio).?
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Ot poT1oVTod0YElC dev TaPOoLGLALoVY SLVOUIKG EVEPYEING MG AMAVTNON GTO
QeOTEWVO ep€bicpa oAl pio StoPabuicpévn (avdioyn pe 1o epédicua) peTafoin Tov
duvapkoh TG KLTTOPIKNG HEUPPAVNG, TOL €YEl WG OMOTEAECUO TN WETABOAN TOV
pLOuoY pe Tov omoio amelevbepdvetat 1 vevpodiafiPactikny ovoia (YAovtapukd o&)
Ao TN GLVOTTIKY ATOANEN.

Ewdwotepa, ot0 okotddl ta poPdio Ppiokovtolr 6€ KATAGTOON OYETIKNG
EKTOAMONG KO 0O TIG VEVPIKEG TOVG amoANEels amelevBepdvetol otabepn mocdTTA
yhovtapikov o&€og. Me tnv emidpacn tov QOTEWOD gpebicpatog, M podoyivn
aALACEL TN OLPOPO®OT| TNG KO EVEPYOTOLEL EVOV KOTAPPAKTN OVTIOPAGEMV TOL £XEL
OC TEMKO OTOTEAEGUO. TN UETOTPONN TOV QPOTEWOD gpebiopatog Ge vevpikn MoN
(potopetatpony]) KaBmOG Kol TN CNUAVTIKY €VioYLoN TOv apykoh onuotog. Me
owdkacio. TG  (QMTOUETATPOTNG, MHEWDVETOL 1 ovykévipwon CGMP  oto
KOTTAPOTAOGHO, IE GUVETELDN TO KAEIOIHO S10A®V PETapopds 1Oviav (kuping Na')
mov Bpickovtar 6NV KLTTOPIKN HEUPPAVN Kot TEMKO OmOTEAEGUA TNV LIEPTOAWDOT
TOL KLTTAPOL Kol TN pHeiwomn g anehevbeépwong yAovtaptkoy ot cbvayn. Me tov
pomo awtd, 10 gpébicpa petafipaletar ota dimoAia M opldvtia kuTTapa. TENOG,
avadPOCTIKOL UNYOVIGHOT KIVTOTOWOUVTOL OGTE O PMOTOVTOOOYENS VO ETOVEPYETOL
OTNV OPYIKN KOTAGTAON GYETIKNG ekmOiwong. [lapoupoteg dadwacieg Aapfdvouv

YOPO KOl OTO KOV,
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2. AYETPO®IEX AM®IBAHXETPOEIAOYX

2.1 AYXTPOO®IEX PABAIQN - KQNIQN (nerhayypmoTIKI

opQLPANOGTPOELOOTAOELD KUl GUVAPEIS OVGTPOPIES)

2.1.1 Mshayypootiki ouoipinetposidonadero (Retinitis pigmentosa, RP)

O 6pog perayypmotiky apeiinotposidonddeio (RP) ypnoyomoteitor yio va
mEPLYPAYEL Ut Opdd0  KANPOVOUOOUEVOV  0QOOAMIK®V  dlotapoydv — Tov
yopaxtnpifovtorl amd TPOoOodEVTIKN SVGAEITOVPYIO KOl ATMOAELL TOV POTOVTOS0YEMV,
npotiotng tov paPdiov. O dpog retinitis pigmentosa ypnooromnke yo pdTn
eopd 1o 1855 amd TOV Donders,” wotéc0 Sev eivat akppng, 010tL mpdkeLTOn
0VLGLOOTIKA Y10 YEVETIKO KaBOP1LOUEVT] EKPUAION TOV POTOVTO00YE®V (dvoTpodia),
Topad PAeypovadn nabnon. ‘Exovv eniong ypnowonombei o1 ovopacieg tapetoretinal
degeneration, pigmentary retinal degeneration, pigmentary retinopathy xot dAleg, yio
Vo TEPLYPAYOLV TO GUVOAO TMV QPOIVOTOTOV TOV OTOTEAOVV TN HEAAYXPOOTIKN
apeipinotpocidonddeia. O dpoc dverpogia pafdiwv-kwviwv (rod-cone dystrophy)
ypnowonomdnke gvpéwe, kabdg tovilelt 10 Yeyovog OtL emnpedletor Kvupimg 1M
Agrtovpyio TOL GLGTNUATOG TOV POPOIOV GTN GLYKEKPLUEVT VOGO, GE OVTIOGTOAN LLE
™ dvotpodio Koviov-papdimv.

H RP pmopel va ovvodevetar and cvotnuotikny (un oeBoipikn) maboroyio
(cvuvdpopukn pehayypmwotiky ougipAnotposdonddeia, syndromic RP) 1 kor Oyt
(tomwkn  perayypwotikny  apeiPinotpoedondadeia, isolated/non syndromic/typical
RP). H cuyvomta g tumikng RP og maykdouo eninedo eivon mepimov 1:5000.2 H
VYNAGTEPN cLuyvOTTA EPPaVIoNC £xel Teptypapei otovg Navajo Indians (1:1878).

KMvikn sikéva

Hixia supavions

YuvBmg o cupTTOMAT TG VOGOL gpeavifovtal KoTd T ddpKeLD TOV TPLOV
TPAOTOV OeKAETIOV TS Long (epnPeia — TpdTa £ TG eviAIKN G Cong). Xmavia 1 RP
enpavietar ota TpdTo 6vo étn g (ong (early-onset RP), omdte emiPaiieton
daPopikn S1dyvwon omd T GLYYEVH apavpmon tov Leber (BAéme €101kd ke@dAaio).
Y& OPIGUEVEG TIEPUTTMGELS, TO, CUUTTOUATO TNG VOGOU eKONADVOVTAL 0TI HECT NAKio
N ko apyotepa (adult onset/ late onset RP), ondte mpémel vo yivetal GYOANGTIKY
SPOPIKY dAyvmon omd TaONOES UN YEVETIKNG OLTIOAOYIOG TOL GLVOOEVOVTOL OO

TOPOLOL0 GLUTTOOTO KO GTUETDL.
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Tpomor kinpovouikotyroag

AxoAovBel chvToun TEPLYPAPT] TOV TOTOV KANPOVOLIKOTNTOG TTOV OTOVTOVTOL
1660 onv RP 600 ka1 6Tic voLomeg dvaTpoPieg TOL AUPPANGTPOEOOVS, LE GKOTO
TNV KOADTEPN KOTAVONGON TOV GYETIKOV OVOPOP®V, Ol OTOIEC OmoTELOVV Pacikd
KOUUATL TNG TOpoVGaG EPYOGiOG.

i) Avtoocwuikny emxpartys (autosomal dominant) kinypovouitkoTtnra

2T1G TEPIMTMGELS AVTEG, TO UETAAAAYUEVO GAANAOLOPPO EMKPATEL EVAVTL TOV
@LGLOAOYIKOD oTa £TEPOlVYA ATOpa. XVVIOW®E TO ATOHO TOV EKONAGDVEL TN VOGO £)EL
évav yovéa mov emiong vooel, ®otdco givor mBavo va TpoKeLTon Yo vEo LETAALOED.
EmumAéov, mapoatmpodvior moAlol mwhoyovieg kot Tov 000 QUAWMV o€ TOAAEG YEVEES
KabO¢ ko Teputdoels petaPifaong and matépa o€ yio. [lpénel edd va onpewmbel 6Tt
VILAPYOLY YOVOTLTTOL UE ATEAN OEIGOVTIKOTNTO, TOL GAAOTE gREaAvIlovy TV KAWVIKNY
ewova TG vOGoL Kot GALOTE OYL.

ii) Avtocwuiki vrolsirdusvy (autosomal recessive) KANPOVOUIKOTHTO

v mepintwon avty|, To dropo mpénel va eivatr opoluyo Yo T0 LETOALXYUEVO
OAANAOLOPPO, DOTE VO EKPPOGTOVV TO KAVIKA XOPOKTNPIOTIKA NG vocov. Edv ot
dvo yoveig tov elvar eopeig (etepodluyot yuoo T0 PETAALAYUEVO OAANAOLOPPO), OGS
ovpPaivel cuvnbwg, €xovv 25% mbavomnta vo amokTnoovv omoydvovg mov Oa
epupaviocovv 1t voéco. Ta aAnAdpopea mov gvBivovtar Yo TG SVOTPOPieg TOV
ApEIPANGTPOEDOVS CLVAVTIMVTOL GYETIKA OTAViK 6TO YeVIKO TANOLGUO, omdTE eivan
mhov M VTapEN YauwV HETAED OTOU®MY OV GLVOEOVTOL LE GUYYEVIKY] GYECN OTIG
TEPUTTAOGELS OVTES.

iii) Kingpovouikotnra @viocvvoery emupars oto X (X-linked
dominant)

2NV TEPIMTOON OVTH, TOV OTAVIATAL CTAVIK, Ol TACYOVIES ivarl cvuviBwg
€tepOluyol Yo TO0 PETOAAAYUEVO AAANAOLOPPO, TO omoio PpickeTol 610 X QULAETIKO
APOUOSOUN. Appeves YOVEIG mOV EKONAGVOLV TN VOGO Ogv petadidovv moté TO
HETOAAOYUEVO OAANAOLOPPO OTO. OPCEVIKA TékvVa, o€ avtifeon pe to Onivkd, to
omoio. Aappdvouv mhviote to €vo X YpoUOCOUO amd TOV TaTépa, OomoTe Kol Oa
eppaviCouv m voco. 'Etol, otatiotikd mapatnpeitor peyoldtepog aptBpog Onivkov

TOoYOVIOV.
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iv) Kingpovouixotnyta @uviocvvéety vmolieimouevy oto X (X-linked
recessive)

Avtifeta pe v mponyovuevn TEPITTOOT, £0M KLPLOPYOLV apBuNTIKE Ot
apoevikol mdoyovteg. Ta apoevikd ATopo Tov EEPOLY TO TOHOAOYIKO OAANAOLOPPO
010 X XpoOUOcOUN TAGKOVVY, VD To ONALKE ekdNA®VOLY TN VOGO OTav PEPOLV 010
petaAloypéva oaAAnAdpopea. ‘Etol, étav povov n puntépa givar popéag g vocsov,
€xel 50% mbovotnta vo petafifacet to Taforoyikd aAANAOLOPPO GTOVS ATOYOVOLC:
ol avtiotoryol OnAvkol andyovol Ba eivar Qopeig, evd ot apoevikol Ba vosovv. Agv
elvar moté dvvatn N HeTdooon Tov TadoAoyIKoD AAANAOLOPPOL amd TATEPD GE Y10.

Eravio éva etepoluyo OnAvkd dtopo, Aoy TG VITOPENG TOV PALVOUEVOD TNG
TUY0i0G AOPavoToineng ToOV X YPOUOCONATOS TOL TOPATNPEITAL GTA KUTTAPA TOV,
umopet vo gépet Kavod aplfud kuttdpwv 0mov Ba givor evepyd 10 X ypoUOGOLUO. TOL
QEPEL TO PETOAAAYLEVO aANAOpop@o. To dtopo avtd pmopel va ekdNA®dVEL KAVIKA
onueia TG VOG0V, OPICUEVES POPES OKPIPMG OTMS KOl O APCGEVIKOL TAGYOVTEG.

v) Aryovioraxny kinpovouixotnyra (digenic inheritance)

[Mpoxerton ywo Vv mepintowon yvopiopotog mov kabopiletonw omd TNV
afpoloTIK OpAcT] TV YOVOTUTI®V GE OVO YEVETIKOVG TOTOVG. X& avtiBeon He TOVG
TpoavapepBEvteg TOTOVG KANpovoHKOTNTOG, €ivol oamapaitnt 1 cvvomapén 600
SLOPOPETIKMV HETOALAEEDV GE V0 dLAPOPETIKA YOVidra Yia vo ekdnimbel vocog.

vi) Mitoyovopiaki kKinpovouikoTyro

Ed®d 1 vocog petapidletarl amd yeved o€ yeved HEo® TV ONALKOV aTOU®V,
KaOdg elvar yvootd O0tt 10 putoyovoplokd DNA  evdg atdpov mpoépyetan
OTOKAELGTIKA OO TN UNTEPO TOV.

2Ty wAeloyn@io. Tovg, 01 OVATPOPIES TOV GUPLPANCTPOELOODS YoparTHpilovial
o KAMVIKH 0AAG KO PEVETIKN ETEPOYEVELA. AVTO onuaivel 0t1 0 010G PaIVOTVTOS
UTOPEL VO, TPOKVATEL ATO UETOILAEEIS o€ OlapopeTika Yoviola. To mpayuoto
TEPITAEKOVTOL OKOUN TEPITOOTEPO KOOWDS 0 opliuUos TV Yovioiwy TOov EUTLIEKOVTAL
oty woBoyEvelo. TV OUPIBANTTPOEIOIKDY OVOTPOPLOV EIVOL  LOIOITEPO, UEPOAOG.
Emimiéov yopoxtnpiotiko t@v cUYKEKPIUEVOWV YOVIOIwV gival 1 mOIKIAN/ ueTafinTy
exppaoctikotyta (variable expressivity), n omoio xel w¢ amotéleouo ueTallolels aro
1010 YOVIOI0 Vo EKONADVOVTOL OlOWYOPETIKG KAIVIKG, OKOUN Kol 0€ UEAN THS 010G

OLKOVEVELOG.
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Kingpovouixortyra oty peloyypwotiky aupifinetposcidoondbeia,

H tomwn) RP kAnpovopeitat Kotd ToV 0UTOGMUKO ETKPATH KOl VTOAETOUEVO
TPOTO KOl GTOVIOTEPO, KATO TO QUAOGVVOETO VIOAEMOUEVO KOl ETIKPATH TPOTO EVAD
€yovv meprypagel (OmAvia) Kol TEPIMTMOELS OYOVIOIOKNG KAnpovopukotros. Ta
aKpiPn] MOGOGTA TOL AVTICTOYOVV G KABe évav omd TOvS TMOPATAVED TOTOVG
KAnpovopukottog TolKiAAovy  peTaEh HEAETOV OE  JPOPETIKEG TANOLOUIOKES
OAOES.

Y& OPKETEG MTEPUTTAOCELS OEV OVEVPICKOVTOL TAGYOVTH GTOUN GTO GUYYEVIKO
neplPdAlov TV acBevav, ot omoiol TOTE avagépovior G «simplex cases». To
1060616 TV TEAEVTOiOV Kupaivetol and 15% o kat 63% otic S1dpopeg pekétec.”
Etvon mBavo, oe mOAAEC HEHOVOUEVEG TEPIMTMOELS, O TUTOG KANPOVOUIKOTNTOG Vol
glvol otV TPAYUATIKOTNTO O OVTOCMMIKOC VLTOAEmOUEVOS. O TpoOmOg avtdg
KANpovokot TS Goivetol yeViKa va givat o o cuyvog (20-30%), akolovBovpevog
amo tov avToocoukd enkpaty (15-20%) kot 10 @LAOGVHVIETO VTOAEOUEVO TUTO (6-
10%).°

2roryeia popraxis yeveTIKIjG

H yvodon g poplokng BAcns tov dueTpopldy ToL apgPANcTPoEdons £xEt
avéndel evivmwotlakd, ¥Gpn otV CAUAT®ON TPO0do Tov £xel onuelwOEl TIC
tedevTaieg dekaetieg oToV Topén TG Hoplakng Proroyiag kot yevetikne. ‘Etot, povo
vy v RP &yovv non avayvopiotel nteprocdtepa and 60 vrebBuva yovidla Kot Emeton
GLVEYELO.

i) Autosomal dominant RP (ad RP)

Méypt onuepa  éxovv tavtomombel petoAddEelg oe 23 yovidla TOL
ovoyetiCovron pe adRP (mivaxog 2.1). Ewdwotepa, 6to yovidlo g podoyivng (Rho),
&ovv oavoayvoplotel meplocotepeg and 100 drapopetikéc petaAldlelg ol omoieg
evBovovtar yu 30% mepimov tov mepumrtdcemv adRP. Xe pukpdtepeg cuyvoTnTEg
eppaviCovror ot petaArdéelg ota yoviolew PRPF31, RP1 xou PRPH?2. To tehevtaio,
yvootd ko ®¢ RDS (retinal degeneration slow gene), kmdwkomolel v mpmTEivn
peripherin, n omoio. cvppetéyel o Sou| TV UEUPpOVOOIDV dickwv TeV EEm
TUNUAtOV Tov eotobmodoyéwv (pafdiov kot koviov). H peripherin oynuotilet
ocoumhoko pe Vv mpoteivn ROMI1: n povn mepimtoon  Sryovidloakng
KAnpovoukotrag mov £xel meptypapel omv RP apopd v tavtdypovn mapovcio
petdaioéng oto RDS (leul85pro) kair oto ROMI yovidowo (TPeES OLoUPOPETIKEG
netoAGEe).
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I'evikd m adRP Bewpeitor mo Mmoo oe oOyKplon HE TNV OVTOGMOUIKN
VIOAEMOUEVT] KOL T GVAOGUVOETY LOPON TNG VOOV, WGTOGO QaiveTal TMG 1 Evapén
TOV cVUTTOUATOV Kou 1 €EEMEN Toug oty adRP e€aptdvtal ovclacTtikd amd 1o 100G
™G VIEHOVYNG HETAANOENC, AKOUT Kot OTOV TPOKELTAL Y10, TO 0T Yovidto.'!

ii) Autosomal recessive RP (arRP)

"Exovv tavtomomBei 36 yovidia vrevbuva yio v arRP (wivaxkog 2.1). Kabe
éva, amd ta yovidlo avtd givon vtevBuvo Yo Eva pikpd ToG0oTo TG VOGOV, cLVIHOMG
<2%. Zta mo ovyvd aravtopevo avikovv 10 USH2A, 1o CRBI, 10 ABCA4 xou 1o
RPE65. To tekevtaio exkepdletor o010 pHeEAAyypovuv emBfAlo Kot dSadpoapotiCet
KOTOAVTIKO pOAO OTNV avayEVVIOT] TOV OTTIKMOV YPOOTIKMY TOV TPOYUOTOTOLEITOL
eketl. 'Exyovv Bpebel >60 vrevbuveg petadraelg oto ovykekpipévo yoviolo. Emiong, ta
yovioww PDE6A, PDE6B xouu PDE6G K®OOKOTOWOLV TI VRTOUOVAOES 1TNG
QeOoodlectepdonsg m omoia mailer kaBoploTikd POAO OTOV  KOTOPPAKTI TNG
(QOTOUETATPOTNG, KOl €VOHVOVTOL GUVOAKA Y TO0 8% TePImOv TOV TEPMTOGEDV
arRP.

[Tpémel vo onuelwbet 6TL 1 TAcoymoeio Tov acbevav pe arRP gival evvOeTor
etepoloymtes (compound heterozygotes), oniadn @épovv 2 S0POPETIKA
netaAloypéva oAARAe Tov 1910V, WeTOG0, YoVidiov.

iii)  X-linked RP

Oewpeiton 011 o1 whoyovieg and X-linked RP ekdnAdvouvv vopitepa coPapd
CUUTTOUOTO TNG VOGOL Kol £Y0VV OLGUEVEGTEPT TPOYVMOY GE OYECT UE TOLG
nhoyovteg amd adRP 1 kol arRP. Avtd apopd kupiwg tovg nuluymdteg apcseVIKovg,
Ka0OS Ta eTeEPOLLY ONAVKE GTopa popei vor ekdNAGVOLY TotkiAn KAvikn etcdva. >
B Avo yvootd yovidia, To RPGR kat to RP2, gvfovovtar poli yio tovidyiotov 80%

OV GLVOAOVL TV TepTOoewv X-linked RP (mivaxoag 2.1).
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IMivaxag 2.1. T'ovidlo Kot yevetikol TOmMOL 01 PETOAAAEEIC TOV OTOI®V TPOKAAOVV
HeAaYXpOOoTIKy  apeipAnotpocidonddela. Ta otoryela mpoépyoviar amd TO

Swadiktvako tomo: https://sph.uth.edu/retnet/.

Noocog Tavtomompéva yoviora Xaprtoypagnuévor

YEVETIKOL TOTOL

RP: autosomal dominant BEST1, CA4, CRX, FSCN2, | RP63
GUCA1B, IMPDH1, KLHL?7,
NR2E3, NRL, PRPF3, PRPF6,
PRPF8, PRPF31, PRPH2, RDH12,
RHO, ROM1, RP1, RP9, RPEG65,
SEMAJ4A, SNRNP200, TOPORS

RP: autosomal recessive ABCA4, BEST1, C20RF71, | RP22, RP29, RP32
C80RF37, CERKL, CLRN1,
CNGAL, CNGB1, CRB1, DHDDS,
EYS, FAM161A, IDH3B, IMPG2,
LRAT, MAK, MERTK, NR2E3,
NRL, PDE6A, PDE6B, PDE6G,
PRCD, PROM1, RBP3, RGR,
RHO, RLBP1, RP1, RPE65, SAG,
SPATAT7, TTC8, TULP1, USH2A,
ZNF513

RP: X-linked OFD1, RP2, RPGR RP6, RP24, RP34

2vunrtouata Kal onueio

XopokTploTikd COHUTTOUN TOV atop®v Tov mioyovv omnd RP eivar 1
dvokoAio Opaong oe cLVONKEG younAov PoTIGHoD (VokTalmzia, night blindness).
YvvnBwg ot acBeveic evromilovv TV EREAVION TG VOKTOAWOTIOG GTNV TPAOTN-0e0TEPT
dekaetio g Cong. Eivon opwg mbavo avtr va pn yivetan apyikd aviiAnmr, dwitepo
amo atopa mov {ovv og mePPAALOV e ETOPKN POTIGUO (TY. 0oTIKO TEPIPAALOV).

Yuyva ot aocBevelg pe RP mapamnpovv dwotapoyés omnv mTEPLPEPIKN TOVG
opaon, KaOdg N vVOCOG GLUVOEETAL LE TNV TPOOOEVTIKI] OTMAELN TOV TEPLYPEPLKOD
ontTIKOV 7ediov. Ot mo mpmdiueg PAGPec cuvioTavtol 6 GYETIKA CKOTMUATO TOL
evromilovtal ot péomn meppépeto (mepoyn 30-50°), ta omoio. pEYOA®VOLV Kol

GUVEVOVOVTOL ONUOLPYOVTAG £V OOKTOVAOEWES okOTopa. Avtd Pabaivel kou
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EMEKTEIVETOL TOCO TPOG TO KEVIPO OGO KOl TPOG TNV TEPLPEPELN, HE TEMKO
OTOTEAEGLLO, TNV TAPALOVT] EVOG KCOANVOEIOOVS» OTTIKOV TTEGTOV.

Apxketol aoBevelg Sotnpohv IKAVOTOMTIKY KEVIPIKY OPOOT] GKOUN KOl OTOV
TO UEYOAVTEPO UEPOG TOV TTEPLPEPIKOV OTTIKOV TTEdiov £xet yabel. O pvOUdS ammAelog
¢ 0paong otV RP mokidAel, otdc0 0 acbevic eivar mBavd va odnyndel otadiokd
otV TANPN TOEAMOT). X€ OPIGUEVEG TEPUTTAOGELS, EKTOG OO TNV TEPLPEPIKT, KOL 1
KEVIPIKY Opaot ennpealetor vopis oty mopeia g vocov. H mapovsio kKustikon
OLONLOTOG 1 OTPOPIKAOV OAAOLDGEMY GTNV YPE TV acbevov ennpedlel onuavTiKd
TNV KEVIPIKN OMTIKT AELITOVPYiL.

. — . .. 14,15
Inuavtikd mocootd atopwv pe RP avagéper potoyiec.

Ta dropa avtd
dev Pplokovtor omapoitnto G TPOYWPMNUEVO GTASO TNG vooov.* Qotdco, ot
acBeveic pe mpoywpnuévn RP, ot potoyieg eviomilovtal meplocdTeEPo KEVIPIKA Ko
KataAapBavouv HeyaAdTepPT £KTAON EVA QPOPOVV Kol TTEPLOYES OOV dlaTnpeiton 1
OTTIKN Xatrovpyioc.m Enione, owtopofia pumopel va vmdpyet oe acbeveic pe RP
(cvvMbwg og TPOYWPMNUEVO GTA0).

‘Eva and to mo mpoipa onueio oto fubd tov macyoviov and RP amotelei 1
6TEVOON TOV OyYelov Tov opEIPANGTPOEd0DS. Apywkd mopatnpeitor HETPLOV
Babuod otévoon TtV aptpoAiov 1 omold TPOOJEVTIKA EMOEVMOVETAL, UE
OTOTEAEGLLO. GLYVA Ta ayyeio vo LoviCovTol VILOTOEON GE TPOY®PNUEVT VOGO.

EminAéov, ommv RP mapatmmpodvtol datoapayés ypwoTIKNIG 6TO EMIMESO TOL
peAdyypov emtBnAiov, 10 omoio apyIKA OTOKTA KOKKIDON ELGAVIOT), OTN HECT] KUPImG
TEPLPEPELDL  TOL  OUPIPANCTPOEWOOVG.  ZTOOOK(, TPAYUOTOTOEITOL — peTaKivnon
YPOOTIKNG HEGO GTOV TAGYOVTO OUPIPANGTPOEN, OO TO EKQPLAICUEVO HEALYXPOLV
emOAo mpo¢ to ddueco ywdpo mov mepPdAier to ayyela, kvpiog ekel OTOL
vrapyovv dwukradmoels. ‘Etotl, gpepavifovtal gvamoBicels ypmoTiKig, ol omoieg
ocuvnBwg Exovv oYU 06TEOPAACTNG. L& TPOYWPNUEVES TEPIMTMCELS, TOPATNPEITOL
EKTETOUEVT] ATPOPiO. TOL OUPIPANCTPOEOOVS, TOV UEAAYYPOL emMBNAIOL KOl TV
YOPLOTPLYOEWMV KAODG Kot TUKVES EVOTOBECELS YPOGTIKNG.

H epgdvion g KePOANG TOV OTTIKOV VEVPOL GTO TPAOUO GTASLO TNG VOGOL
etvar cuvnBwg PuoloAoyIkY. Apydtepa eppoviletar ®YPOTNTO TOL JIGKOV KOl TEAKA
KNPOONS aTPOPio, OTOTEAEGUO TNG OMMAEWS VEVPIKOV WAV KOl TNG avamtuéng
yholag otnv meployr. Zyetikd cvyvy €ival 1 mopovcio drusen tov omtikol dickov

17 oz ’ e ) ’ 18
omVv RP,™" evd éyovv meprypaget Ko tepmtdoetg pe oidnpa tov dickov.
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H oypd owmmpel ovvibog mo @LGI0A0YIKY EUPAVION OE GYECON UE TOV
nepairovia apePAnotpoedn. 2otdco, avuty pmopet va gpeavilel dtatapayés Tov
nehdyypov emBniiov, woypomddei OSiknv o@Baipod Podg, pikvoon G ow
APOPIOTIKNG UEUPPAVNG, KLOTIKO 010N 1 ATPOPIKES OALOIDGELS. ZYETIKA LYV
glvor M avantuEn EMOUEIPANCTPOEOIKAOV HEUPPAVOV GTNV TEPLOYY. ZE OPIGUEVES
TEPUTTAOGELC, 1| WYPA Umopel va epaviletl pior KITPIVOAELKN TOTNTOEDT OVTAVAKANCT

(tapetal-like reflex), xvpiog oe Onivkd dropa-eopeic g X-linked RP.

Ewova 2.1. Tomkn PubBookomikn €kdvo HEAAYYPOOTIKNG AUPIPANCTPOEIdOTAOEING
(otevd  ayyeio, atpoeioc TOL OMTIKOD VELPOL, OUEPANCTPOEWOIKY ATpOPia,

evamoBEcelg YpwoTIKNG 6iknNV 06tE0PALACTOV).

Apxkertol acbeveig mepvodv amd Eva TPOILO 6TAO10 OOV O AUPPANGTPOELONG
epoovifetar ELGOAOYIKOG 1 OYEOOV  QLGLOAOYIKOG EVA TOPEAANAQ VTAPYOLV
AALOIDGELS GTO OMTIKO Tedio N KATA TOV NAEKTPOPLGLOAOYIKO €Aeyxo. To ©1dd10
avtd, T0 omoio ot1o TapeABOV BewpnOnke Eexymplot) VOGOAOYIKY ovtoTnTa, £ivol
yvooté og RP sine pigmento.

Optopéva dropo ep@aviCovy pio. EVIomouévn Lopen tng vooov (sector RP),
HE aTPOPIKEG OAAOIDOEIS Kot evamobBécels ypwotTikng o€ 1-2 teTopTnuoOplo. Tov
BvBov, cuvMBwg KdTe 1 KATO Kol PIVIKAE, KOl OVTICTOLES OALOUDGELS GTO OMTIKA
nedio. Xtnv mpaypatikn Sector RP, mapatnpeital eddyiotn 1 kaBOAov emékTocm g
pooPePANUEVNG TEPLOYNG HE TNV TAPOSO TOL YPOVOV, ETOUEVMOG N TPHYVMOGT Yl THV
KEVIPIKN Opaon eivor yevikd kaAr. Qotdc0, 1 TUTIKY, Yevikevpuévn RP pmopel apyucd

va epeaviCetar ¢ sector RP. H owdyvoon g teievtaiog mpoimobéter
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naxpoypovio (>10 £€tn) mapaxorovdnon tov aclevoic Kot TOV EAEYYO TOV HEADV TNG
OlKOYEVELAG TOV.

Ymévia. ot aAloiwoelg g RP evtomilovtal amokAeiotikd otov omicbio oA
(central/pericentral/inverse RP). Ot teputtdoelg avtég npémel va. dtakpivoviol omd
TIC OLOTPOYieg KwVimV/Koviov-pafdinv, Tig dvotpoeieg g wypdc kot v RP pe
PO Tposfoin ¢ wypds. EmmAéov, vdpyovv omdviec Lopeég TG vOsou Omov
LIKPEG, AEVKOTES KNAIOEG €lval 0paTéEC GTN WEST 1 KoL TNV GKpa TepLpépeto, (retinitis
punctata albescens) kaOd¢ kot GAhec 6mov TO peEAAyYpoLV emBNA0 dSratnpeiton
OYETIKA PUGIOA0YIKO YOP® amd Ta 0PTN pléktalg N epgaviCoviot GAAOUDGELS TOV TOTOL
Mg vOGOL TOV Coats.?

To voAmoeg copo epEavilel EKPLAICTIKESG OAAOIDGCELS VOPITEPO KOl 7O
ovyvd otovg mhoyovies and RP og oyéon pe tov vmolomo TAnBvcoud. Zoyvn eivor n
omicOio amokOAANON TOL VOAOEWOVG, 1 Topovsic. KLTTdpwvV, BoiepotiTeV Kol
CLUTVKVOCE®V pPéGO o€ ovtd, kabmg Kot vnuatiov oto YOpo micw ond Tov
VOAOELIKO (pkm().Zl

Oocov agopd ota mpdsbio popwa, m eUEAVIOT KoTappdKTn €ival To cvyvy
omv RP and 6,11 610 yevikd mAnBuopd. Zuvnbwg mpoxettat yio onichieg vrokayikég
Gokspémrsg,zz OV UTOPOLV VO UEUDCOLV GNUOVTIKE TNV KEVIPIKN OpOCT TV
acBevov. Emiong, otoug moyovieg and RP givar cuyvn n mopovsio poomiog kot
OOTLYLLOTIGHLOV.

Ta cvpntopara ko onuegio g RP kefdg ko Tov vrorowwmv TOT@V
oveTPOPiag aQopovV (oYedOV) TAVTOTE KAl TOVG 6V0 000aAipovg, N TposPoin TV
omoimv ovyva givar ocvopperpikn. [lepmtooelg etepomievpng mpooPoAng eival
ondvieg kot 1 opO1| ddyvewon Tovg TpoiTOOETEL TOV AMOKAEIGHO KATAOTAGE®MY OTTMG;

0QOUALIKT) PAEYILOVT, TPODLLE, TOEWKT SpGon QuppiKeV, ayyelokd encioddio. > 24

2.1.2 Tuvdpoukn nerayypootiky ougipincrposidonddeia (syndromic RP)
Xovépopo Usher (USH)

Amotedel  GUVOLOORO PEAMYYPMOTIKIG Op@IfAnotposidondOsiog pe
Bapnroia kot givai n wo cuyvh poper| suvdpopkng RP. H cuyvotntd tov 6to yevikd
mnBovopd etvar mepimov 5/100000. Ileprocotepor and 50% twv avOpdrmv TOL
VIOPEPOVY ATTO TVPAOKDOPMGT TAGYOVY ad To cVVEpopo Usher.

To ovvdpopo Usher dwupeitor mopadooiokd ce tpelg kKAvikovg tomovg. O

tomog 1 yopaktnpileton amd Papid, cvyyevn, vevpoorsOntipia foapnkoia, atbovcaio
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datapoyn kot RP. Zvvéreia g mpoyAwooikng k®emong eival n cofapn dtaTapoyn
™G outMag N N adoiia. EmmAéov, ov mdoyovteg epeaviCouv xabvotépnon otnv
évapén g Padiong, kupiog Aoym g atbovoaiog dtatapoyns. Avtibeta, ot acbeveic
ue tomov 2 Usher éyovv o@ucoioloywkrp abovoaio  Asttovpyio kot M
apeipinotpocidonddeio.  ekdniodveton apyotepo (otnv  epnPik nAkio N Ko
apyétepa) oe oyéon pe to USHI1. Emiong, m Popnkoia, ov kot ovyyevie, eivat
nmotepn. Xtov tpito tomo Usher, m euedvion g Popnkoiag kot NG
apeipAnotpocidondbelog ivor wo Syyun evd pmopel vo. cuVLTTAPYOVV KBOLGOLES
Swrapayés. H kdewon eivatl mpoodeutiky|, o avtifeon pe toug 600 TPOTOVS TOTOVS
omov cuvnBmg dev e€edicoetar.

O tmog 2 Tov cLVopdoL Usher givat o mo cuyvog (>50% tov nepttdoemy),
axoiovBet o Tomoc 1 (=35%), eved o TOmog 3 amovidtot oyeTikd ondvia, pe e€aipeon
optopévoug TAnBvcpots (Pviavdovg, Ackevall EBpaiovc) dmov pmopel va omoteiet
g kot 40% tov mEPTOCE®MV. APKETEC TMEPMTOGELS 0cOEVAV TOPOVLGLALOVV
EVOLAUESO YOPOUKTNPIOTIKA KOl OEV EVIACCOVIOL GE KOVEVOV OO TOVS TOPOTAVED
TOTTOVG.

To oOvdpopo Usher petafifaletor pe avtocopiKd VITOAEWOUEVO TPOTO.
Méypt onpepa €xovv avayvoplotel dMOeko yovidld mov cuvdEovtal UE T VOGO

(mivakog 2.2).

Mivaxog 2.2. Tovidia mov ocuvvdéovtar pe 10 ovvdpopo Usher. To ortoyein

npoépyovtot and To dadiktvakd tono: https://sph.uth.edu/retnet/.

Tavtomowmpéva yoviora XopToypo@nuévol YEVETIKOL TOTTOL
Xovopopo ABHD12, CDH23, CIB2, CLRN1, | USH1E, USH1H, USH1K
Usher DFNB31, GPR98, HARS,

(3 Tomon) MYO7A, PCDH15,  USHIC,
USH1G, USH2A

Yovopopo Bardet-Biedl (Bardet-Biedl syndrome, BBS)

O1 kbpieg ekdnimoelg Tov cvvdpouov Bardet-Biedl nepilappdavovv a) RP, B)
TO(LGOPKIO, Y) TOAVOUKTUAN GUVOOKTUALN PBpoayvdakTuAia, 6) VITOYOVASIGHO KOl €)
VONTIKN votépnon. Qo1dc60, ONUAVTIKOS aptBpds maoyoviwv oev epgavilel éva M
ePLocoTEPQ 0md T Topanmdve onueio. H apgipAnotposidonddeio ota mhaicio Tov

BBS ekdnioveror kotd v 1"-2" Sekaetio. IMepiocoteporl and 85% tov acHeviv
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Bewpovvtor vopukd tuvpAoi oto 300 £€10¢ TG NAkiag Toug. H vocog kAnpovopueitot
KATO TOV OUTOCMUIKO LITOAEMOUEVO TPOTO KOl TOPOVLGLALEL YEVETIKN ETEPOYEVELN
(>15 vrevBuva yovidwa, PAEne https://sph.uth.edu/retnet/).

Yovopopo Refsum tov evnhikov (adult Refsum disease)

Xapoakmnpiletar amd v mopovcio. RP kot cuvovaopod tov mTopokiTo:
avoopia, moAvvevpomddeln, kOP®or, ataéia, 1OVmoT, OKEAETIKEG avoOUOMEC,
kapdonabewo.  KAnpovopegitor Kotd TOV  ALTOCOMKO VTOAEMOUEVO  TPOTO.
MetaAraEelc oto yoviolw PAHX/PHYH (phytanoyl-coenzyme A hydroxylase gene)
Ko PEX7 guBdvovtar yio 10 90% kot 10% tov ntepimtdcemv avtictouya Kot £X0uV mg
AOTEAEG O, TN CNUAVTIKY] aOENGT TG GLYKEVTIPMONG TOV PLTAVIKOD 0EE0G GTO ipd
Kot ToVG 16to06. [lepropiopdg g TpdsAnyng tov Amapod avtod 0EEog amd T dlouta
umopet va cupuPdirel ot Pertioon opiopévav amd Tig EKONAMGELS TNG VOGOU.

Noéoog Batten (Batten disease/ neuronal ceroid lipofuscinosis)

[Ipékertar Yy oOVOAO  KATOOTAGEWV oL  yopakmpilovion amd 1N
OLGOMPELON VAMKOD TO omoio amoteAeiton Kupiwg omd Mmompwteiveg oTa
AVGOCOUATO TOV VELPIK®OV Kot AAA®V Kuttdpav. [lepihapfaverl 4 cvvopopa, ta e€Ng:
a) Haltia-Santavuori, ) Jansky-Bielschowsky, y) Batten-Mayou 1| Spielmeyer-Vogt
kot 0) (vocog) Kufs tov evniikewv. Oleg ot popeég KAnpovopovviol HE TOV
AVTOCMOUIKO VTOAETOUEVO TPOTO €KTOC 0o T vooo Kufs, n omoia kAnpovoueiton kot
ue tov emkpatn tpomo. H 6paon ota maudid pe voco Batten peidveton onpovtikd oe
SuoTua Alymv eT0v.

Xovopopo Bassen-Kornzweig (apnromonpoteivorpio)

Amotehel ombvia voéco (ocvyvotmro <1/100000) m omoia o@eileton o€
uetalhGéelg oto yovidto MTP (microsomal triglyceride transfer protein), mov £youvv
G OMOTEAEGLOL TNV OOLGI TV APOB-MmonpmTeividv 610 TAAGHO TOV acOevaV.

H vocog pmopei va epoavictel and to mpodta xpovia g {ong Le didppoteg,
oTeATOPPOLAL, HEIOUEVN avamtoln, VEVPOAOYIKEG dlatapoyég Ko
apeipAnotpocdonddeior mov powaler pe «atvmn RP». Ot acBevelg epgavifovv
EMeyn Tov AmodAvTov Prrapvav Kot koping e Brrapivng E. Iepropiopdc g
TPOCANYNG AMmovg omd TN STPOPN] GE GLVOLAGUO HE ANYN LYNADV dOGEDV TV
Brrapvov E kot A @aiveton va mepropilel v avantuén (0tav n évapén Oepameiog
yivetar vopic) 1 v €£EMEN TOV VELPOAOYIK®OV Kol OQPOOALIK®OV EKONADGEMY NG

vOGOU.
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Xovépopo Cockayne

O1 gkdnAdoelg tov cvvdpouov Cockayne mepilapfdvovy vontikny votépnon,
HEWOUEVN ovATTUEN Kol KOVTO avAcTNUa, VEVPOAOYIKES dlatapayés, RP, kdpwon,
000VTIKES avopoAies K.6. KAnpovopueitol Katd Tov avTtocmpukd VIToAETOUEVO TpOTO
Ko opeileton og petaAraéelg ota yovioror ERCC6 wor ERCCS.

Yovépopo Cohen

ExdnAdvetor pe vontikn voTEPNOT, KEVIPIKN TOYVOUPKIO, OVOUUALEG
damAaong TPOSOTOV/AKpwV, HiKpokepaAia, vrotovia, RP. O¢siieton og petodha&elg
610 yoviolo VPS13B kot KAnpovopeiTal Le TOV 0UTOGMUIKO VTOAEUTOUEVO TPOTO.

Yovopopo Senior-Loken

Amotehel ocvvdvaocud RP xor veavikng veppovoepdiong (ypovio veppikn
v660c). Kinpovopeitan katd tov avtocouikd vmolemdpevo tpdmo. ‘Exovv Ppedet
uetoAlaéelg oe emta yovide (NPHP1, INVS, NPHP3, NPHP4, IQCB1, CEP290,
SDCCAGS).

Yovopopo Kearns-Sayre

EppaviCetor mptv v nAkia tov 20 gtov ko wepthapfdver dvotpopio
papdiov-koviov ce cvvdvacpd pe TPoodevTikn eEmTEPIKN 0POBaApOTANYi Kot
mBovadg Kapdopvorddeta, mapeyke@oldikny atatio K.d. To vrevBuvo yovidlo sivor
70 KSS. H kAnpovopukdtnto eivot ptoyovopilokr).

Bievvomolvoakyoprdmosig (muccopolysaccharidoses, MPSs)

[Ipdkertar yi vOGOLG TOV AVGOCOUATOV, Ol EKONAMGES TMOV OMOiV
nepllapPdvouy avopoiieg dmiaong, Kapdlondoela, avaTVEVSTIKT VOGO, KOP®O,
BodepOdtnteg kepatoedovs. Mehayypwotikn apeiBinotposdonddeio umopel va
epupaviotel og cuvdvacpod pe MPS tomov I, IT ko 111

A)la cOvopopa

Yvvopopo  Hallervorden—Spatz, ovvopopo Laurence-Moon, ocbOvdpopo

Zellweger «.6.

2.1.3 Zuyyevic anavpmon tov Leber (Leber’s congenital amaurosis, LCA)

H cvyyevic apadpoon tov Leber gpeavileton pe cuyvotto mov kvpaivetot
ar6d 1/30000 émg 1/80000 kot omotedel t0 5% TOL GLVOAOL TAOV KANPOVOUIKOV
SVOTPOPLOYV TOV au(plBkncrpoaSm’)g.ZS Ot mhoyovteg amd TN OLOTPOPiDL OLTH
epeavifouyv onUAVTIKE PEIUEVT OTTTIKY Asttovpyio amd TN YEVVNON 1 TOVS TPMOTOVG

uveg g Cong. Zvyvd ovvumdpyel vootaypos. EmmAéov, ov acBeveic pmopel vo
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enpovifouv vobpd 1 amdvio KOplkd ovVTOVOKAQCTIKE, @oToPoPion 1 VUKTOAMTIA,
Kabmdg ko 1o opbBaAipodoktolkd onueio tov Franceschetti (doxnon mieong otovg
BoABo¥G e Ta SAKTVAN 1) TPIYILO CVTAOV, LLE OTOTELEGHLO TNV EUPAVIOT] EVOPOUALOL).

H mieroyneia tov acBevav pe LCA €xet ontikn o&dtra <0.05. Opiopévor
STNPOVY OYETIKA KOAVTEPY OpacT MOV, O ECOUPETIKEC MEPIMTMOOELS, UTOPEL va
otdoel to 0.1 1 xou 0.4. Me v mapodo TV £T®V, 1 OMTIKY AELTOVPYio TOPOUEVEL
otafepn oto 75% tov acbevav, emdevodveTor mpoodevtikd oto 15%, eved oto 10%
Tov aofevov (mov cuvnBwg eépovv petaArdéelg ota yovidiw CRB1 kot RPEGS)
umopel va moapatnpnei Pedtioon g dpacng yio opioUéEVO XPOVIKO 81dcrnua.25 H
LCA ovyvd cuvovaletar pe v UOAEVIOTN VTEPUETPOTINS, KEPATOKOVOV KAOMDS Kot
KATOPPAKTY.

H ewova tov Pobod oty LCA umopet va potdlel oyeddv guceioroyikn (oto
apykd ovvnbmg otddlo ™G vooov) N va gpeavifel oMo OAAOIOCEDY OTMG
otévoon Tov ayyeiov, dwropayés 1 otpogion TOL  peEAdyypov  emiBniiov,
YOPLOAUPIPANGTPOEISIKY atpoio, evamoBEcEIS YPWOTIKNG OiknV 00TEOPANCTOV,
EIKOVOL «OAOTOTITEPOVY, AEVKMTES evamoBéaels Pabid otov apeiPAncTpoeldn, ekdva
«YELOO-OONUATOSH TOL OTTIKOV dickov, PAGPeg mov pordlovv pe KOAOPOUA NG
wypds. H opb1| d1dyvmon g voGov 6Toug EVAAIKES GUYVE 0moTeAEl TPOKAN O], KAOMDC
n PvBookomikn ewdva eivor dtomn kot umopel va powalel pe ekeiv dAAwv
dvotpoplav, 6mmw¢ N RP. Emuthéov, mpocoyn amotteiton dote vo unv cuyyEetol n
LCA pe dvotpogieg mov eppavifovtar oto mpmta xpovia e (ong, onmg n early-
onset RP ©1 n severe early childhood onset retinal dystrophy (SECORD), movu
opeiletal og petaAAdEelg 6TO YOViolo RPE65.%

H ovyyevic apadpmon tov Leber kAnpovopsitor cuvnbmg pe tov ovtocmutko
VTOAEMOUEVO TPOTO KOl GTLAVLO LLE TOV 8n11<p0ttﬁ.27 Méypt onpepa £govv avakoivedet
20 yovidwa ot petadAdéelg v onoimv evBivovtal Yo ) voco oto 70% mepimov twv

acOevav (BAéne https://sph.uth.edu/retnet/).
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Ewova 2.2. Ewova fubod acbevodc pe ovyyevn apavpoon tov Leber.

2.1.4 Enhanced S-cone syndrome (ESCS)

Kinpovopeitor pe tov avtocopkd vroremopevo TpoOmo Kol opeiletan oe
petaAraéelg oto yovioro NR2E3. Ztovg mdoyoviec amovoidler n Aettovpyio TV
poaPdiov Kot vroieimetar onuavtikd 1 Aswtovpyio Tov L- ko M- koviov, evo
Kuplapyel o TANBvopds TV S-koviov. Nuktolonio, pelwon TG KEVIPIKNG Opaons
Kol SlTopayES TOV ONTIKAOV TESIWV AmoTEAODV TIS MO GLYVEG EKONAMGELS TOV
cuvopopov. H tomikn fuBockomikn sidva yopakmmpiletor omd v mopovcio mukvov
evamofécemv YpOOTIKNG Y0P amd TIG OpPKAOEC GE OLVOVACUO HE KLOTIKEG

OAAOLDCELG GTNV W)PAL.

2.1.5 Xuyyeviic un mpoodsvTiky) vuktolormio (congenital stationary night
blindness, CSNB)

Ot taoyovteg and CSNB gppaviCovv dvokorio otn voytepvi Opacn amd

vévvnon. H ontikn o&umta givar cuviBog ehattopévn (kopaivetar omd 1.0 €wg 0.1)
Kot umopel va cuvumdpyel vootaypoc 1 otpafiopds. H Pubookomikn eikdva cuyvd
gtvar puotoroyikn. H vocog kKAnpovopeital Katd 10 QUAOGHVIETO VITOAETOUEVO Kol
KOTA TOV QUTOGMUIKO VITOAEUTOEVO 1) ETKPATN TPOTO.

Yrdapyovv dvo popepég CSNB, 1 «tinpne» (complete, cCCSNB) kot 1 «ateAn oy
(incomplete, ICSNB), ot omoieg £yovv dapopetikd yevetikd vadPabpo. Tevikd M
CSNB &ivan voooc pn e&ehMocouevn.

AgvkooTiktog fvOog (fundus albipunctatus)

Ot acBeveig pe Aevkdotikto PvBd epeaviCovv mANBog KpOV, AELKOTOV
AALOIDGEMV 0TO eMImEdO TOV peAdyypov emiBniiov. XapoaKTnploTIKA, | TPOGAPULOYN

0TO OKOTAOlL TPOYUOTOTOlEITAL HE onUovTIK) Kabvotépnorn. Zuvnlwoc 1 OmTiKY
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ofvmta elvar koA Kou M vocog oev efglooetal. oT000, £XOVV TEPLYPUPEL
TEPUTTDOGELS TOV TOPOLGLALOLV OALOIDCELS GTNV ®YPA KOl TPOOJELTIKY HEIWON TNG
KEVIPIKNG (’)pacng.28 H xAnpovopukdmta yiveton Kot ToV 0VTOCOUKO VTOAEUTOUEVO
tpomo. To vevBuvo yovidio givar to RDHS.

H &&apetikd omdvia vocog tov Oguchi, mov speovileton kvping otov
wrovikd TAnbvopd, yopokmnpiletar emiong omd ovYyeEVH, W1 TPOOSELTIKY
voktodonio. Onog Kot 6To AgukooTikTo Bubd, N TPocapHOYn 6T0 GKOTAdL ayyilet Ta
QLGOAOYIKG emimeda Emerta amd dbdotnua >2 wpdv. EmmAéov, o Pubic twv acbevov
enpaviCel éva €idog ykploAevKoL omoypoOUATICHOY, 0 omoiog eEapaviletot petd omd

TOPUTETOUEVT TPOGOPUOYT 6TO 6KOTAL (pavopevo Mizuo-Nakamura).

2.2 AYETPO®IEX KQNIQN- AYETPO®IEEX KQNIQN-PABAIQN

2.2.1 Avotpooicc koviov (cone dystrophies, CDs)

Ot dvoTpoPieg TV KOVIOV OTOoTEAOVY €va GUVOAO KANPOVOUIKOV Tafncemv
mov yapaxtnpilovrar and o ENG CLUTTOUATOL:

o) Avetapayn TS avTiMyg TOV (PpORATOV, 1| omoia eival epeavig akoun
Kot pwv emEADEl onuavTiKy pelmon g omTikng ofvtnrog. Xtadlokd umopel vo
eKOMNA®OEl TAPNC amdAELD TG £YYPOUNG OPAOTG.

B) IIpoodevtikr] dvokoMa otV OpacT G€ GLVONKEG POTICHOD MUEPOS
(Mueporomio) Kol Tpo0deVTIKN pEIMON TNG OTTIKNG 0EVTNTOG, 1 OOl UTOPEL v
otaoet £o¢ 0.05 1 kau Aydtepo.

v) Potogofioa.

d) Nvotayudc (mo ondvia).

H vococ ocvvnfog sxdniodvetar amd v Oyiun modiky] nikio péypt v
evnAikioon, ®otdéco pmopel (omdvia) va epeaviotel oty eviAikn (o1, akoun Kol og
avOpdmovg mov Slavvovy TNV £KTn OekoeTion TG {oNng rong.zg’ 30 2115 dvoTpoPieg
KOViov vTdpyel yevikevpévn, cofapn datapoyn TOV GLGTHUOTOS TOV KOVIMV, VD
dgv vmdpyel ovppetoyn TV pafdiov M avty epeoaviletar apyd oty mopeio ™G
vooov. Ot acbBevelg eupavifouv KeEVIPIKE CKOTOUOTH, EVO TO TEPLPEPIKE OMTIKA
eSO TOPOUEVOLV IKOVOTTOUTIKA.

Katd ™ Pubockdnnon mapatnpoiviol GAAOIDGELS GTHV TEPLOYT THG WYPAS, O

omoieg umopel vo £xovv TOKIAN EUEAVIoN: omd NTIES STUPUYES OTO EMITEDNO TOV
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peELayypov emONAiov ¢ TV TVAIKY OYpondden dikny oOaipov Poog (bull’s
eye maculopathy, BEM). X¢ npoipo otddia e vocov o fvdog propsei vo poralst
PVGLOLOYIKOG, YEYOVOG OV KaO1oTd duoyepn TV opbn didyvmon Kot arortel vymAd
Babud khvikng vroyiog amd tov oeBaipiatpo. EmmAéov Pubockomikd edpnua g
vooov, un €W01KO, OmOTEAElL 1 OYPOTNTO TOV KPOTAPIKOD TUNLOTOS TOL OMTIKOV
dlokov.

H dvotpopia tov Koviov yopakpiletotr omd peydin KAVIKY TEPOYEVELD KOl
KANpOvVoUEiTOl KOTA TOV OUTOCOMKO €MKPAT (MO GvYVvd), TOV OVTOCMUKO
VTOAEMOUEVO KAOMG KOl TO PVAOGVVOETO LITOAEWOUEVO TPOTO. Tar vVIELOLVA Yovidia

napovstalovtar otov mivaxo 2.3.

Ewova 2.3. Epopdvion g oypdg diknv opBaipov Bods, oe acbevn pe dustpopia.

2.2.2 Avotpooisc kKoviov-pafdimv (cone-rod dystrophies, CRDs)

[Ipdkertar yiw opado SLGTPOPLUOY T OmOoid TWOPOLGLALEL CPKETH KO
YOPOKTNPIOTIKE pE TIG OVOTPOPieg TV KOVIoV (AAA®OTE, oTA TEMKO OTAOIL NG
dvotpoeiag Koviov pmopel va maoyovv kot to poapdia), ®woTOGO TPOKELTOL Yol
EexwploTég ovrérnrag.31 H npdyvaon tg CRD gival cuvibog ducpevéotepn amd g
dvotpoeiag Koviwmy.

H ovyvémra g vocov givar mepimov 1:40000 dropa. Epgoavitetor cuvnbwmg
KOTA TNV TPAOTN €m¢ Ko Tpitn Oekoetio ™G Comg. Apyikd mapovotdletal wg pio
TUTIKT SVOTPOPIN KOVIWV HE dtoTapoyn NG EYXPOUNS OpaonS, UEIMON TNG OTTIKNG
o&vrag Kot eotoeoPia. Qotdc0, 6YETIKA VOPIc enNpedleTor KOl TO GUGTNUA TOV
poapoiov, 6e moAD peyarvtepo BaBpé amd 0,7v ot dveTpogic Koviov. 'Etcl, o
acBeVIC OVOQEPEL TPOOOEVTIKT] OVOKOMO Kol GTN VuYTEPIVH OpOoT KOV SloTapoyEs

GTO TEPLPEPIKO OTTIKO TEDIO.
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H &&étaom onmtikdv medimv ouvibme amoKAAVTTEL KEVIPIKA CKOTMOUOTO GE
oLVOLOAGCUO LE TUNUOTIKY OTMAELD TOL TEPLPEPIKOD TESIOV 1| OTOI0L EMOEWVAOVETOL LUE
TO XpOVO. X& OPICUEVEC TEPIMTMOELS TOPOTNPEITOL YEVIKELUEV] UEIOON  TNG
gvaoOnciog 1 SUKTLUAOELDT GKOTMOTAL.

BvBookomikd, oto mpdipa otddie Tng vOoo, 1 TEPLOYN TNG OYPAS UTopel va
TOPOVCIALEL NTEG OATAPOYES YPWOOTIKNG. Tk Opme ol PAAPec eelicoovtan og
uio bull’s eye maculopathy 1 oe atpogic, cvyvé pe evamobéoeg ypmotcic.? O
OTTIKOG O1oKO0G apyIKd ePPOVILETOl PLGIOAOYIKOC 1 OYPOS KPOTAPIKA, MOTOGO GE
TPOYOPMNUEVN VOGO cuyva eppavilel knpadn atpoeic. Emumiéov, 6to otdoo avtd
umopel vo. VILAPYEL CNUAVTIKY OTEVOOT TV 0yyelov KaBdg Kot mowkiiov Pabuov
apepAnotpocokn atpopio. H eikdva avt tov fubov potdlerl apketd pe exeivn mg
RP 1 akéun kot tov Svotpopudv g oxpds (my. voécov tov Stargardt), otov
Bplokovtal og TPOYWPMNUEVO GTAJO.

A&iler vo avapepBel pio Wwitepn epedvion tov Pvbov mov pmopel va
nmapatnpnbel 1600 oe dvoTPoPieg KOVimV-pafdinyv 0G0 Kol GE TLTIKES OLGTPOPIES
KOVIOV Kol GUVOEETOL UE TO PVAOGVUVOETO TPOTO KANPOVOUKOTNTAS. € OPIGUEVOVG
dppeveg maoyovieg mapatnpeiton pio TamNTOEWNG avtavdkiacn oto Pvbd, n omoia
eCopoviletor petd and mapaTETOUEVT TPOGOPLOYT 6TO 6KOTAdL (Qovopevo Mizuo-
Nakamura).

Ot CRDs amoteloOv etepoyevi) opddo mabnioemv, TG0 KAWVIKG OGO Kot
ysvatu<d.32 Kinpovopodvtoar pe 0OAlovg TOUG YVOGTOUG TPOMOVS  UEVTEAKNG
KANPOVOLKOTNTOG, TO GLYVA LE TOV aVTOCOUKO emikpatn. Ta yovidin ota omoia
&xouvv evtomotel PETOAAAEEIS VITEVBVVEG Yoo T VOGO TOPOVGIALOVTOL GTOV TivaKo

2.3. Apketd amd avtd propel va tpokarovy toso CRD 660 kat CD.
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IMivaxag 2.3. T'ovidia mov GuvdLovTaL LE TIG SVOTPOPIEC KOVIOV 1] KOVimV-paBoimy.

Nooog Tavtomowmpéva yovioro Xaptoypapnuévor
YEVETIKOL TOTTOL

CD/CRD autosomal | AIPL1, CRX, GUCAI1A, | CORD4, CORD17, RCD1,

dominant GUCY2D, PITPNM3, PROM1, | (---)*
PRPH2, RIMS1, SEMA4A,
UNC119
CD/CRD autosomal | ABCA4, ADAM9, C8ORF37, | CORDS
recessive CACNA2D4, CDHR1,

CERKL, CNGB3, CNNM4,

KCNV2, PDE6C, PDEG6H,

RAX2, RDH5, RPGRIP1

CD/CRD X-linked CACNAIF, RPGR COD2
*locus 2033.1-24.2, dominant CRD®

2vvopouikij JvaTpoeio KWVIWV/KLVIwV-pafdimy

SUOTNUOTIKEG  KANPOVOUIKESG TOONCES OTIC €KONAMOEL, TV  OToiwV
coumeptiapfaverol apePAnctpoctdonddeio. Tov TOHTOL TNG OLOTPOPING KMVIKV-
pafdiwv elval ot €€NG:

a) Xovopopo Bardet-Biedl.

B) Notioworapeykepaidkn atatio tomov 7.

v) Extodeppikéc vooor 6mmg amelogenesis imperfecta, duvopopeikd cuvdopopo
Ko petafortkég dwatapayés (vooog Refsum, cuvépopo Alport).

0) To oOvopopo Alstrom (kapdtopvordOeia, Bapnroio, dtafrne, mTayvcapkia,

NTOTIKY KoL VEPPIKT VOGOGC, TVEVLLOVIKT VOGOC).

2.2.3 Xivépouno dvoierrovpyioc Tov koviov (cone dysfunction syndromes)

[Ipoxertoan yio cvyyeveic mabnoelg mov yapoaktnpilovior amd ammAEW NG
Aertovpyiog TV Koviov 1 onoio cuvBg dev etval TPoodevTiKY|, o€ avtifeon pe Tig
CDI/CRDs.

i) IIMpns ayxpopartoyio (complete or typical achromatopsia/ rod
monochromatism)

O1 maoyovreg epeovilovy TANPN OTOAE TG AEITOVPYING TOV KOVIMV Kot TNG
EYXPOUNG OPOOTG EVDO OlaTnpEiTOl PUGIOAOYIKT 1| Agttovpyia TV pafdiov. H dpaon

napovctaletarl pelwUEVn amd T Yévvnon, cvviBwg oto eminedo tov 0.1. Or acBeveig
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enpovifouv potogofia Kol vootayud, o omoiog umopel otadiakd va e€acbevioel. H
ewova Tov fuhov cuvnbwc ival ELGIOAOYIKT. VY VE GLVVTAPYEL VIEPUETPOTIA.

H ocvyvomta g vosovu sivan mepimov 1:30000 droua.34 Kinpovopeitat pe tov
AVTOCOMKO VTOAemOpueEvo Tpomo. MetaArdéelg ota yovidiw CNGA3 kot CNGB3
gvBovovtar v 70% mepimov tv nsptnro’acamv.34 MetaAraéerg oto yovioro GNAT2
&xovv gvoyomomBel yio emmAéov 2%.

i) AtelMic aypopatoyiao (incomplete achromatopsia)

Ot ekdnlooelg g vOcov eival ekeiveg Tng TANPOVS OYPOUATOYING, OF
nmétepn ®oTOG0 popen. ‘Etot, o1 mhoyovieg datnpodv opiopévov Babpov Eyypoun
Opoon kot ontikn o&vutnta cvvnbmg 0.1-0.25.

iii) Blue cone monochromatism.

Amoavtdtor oe ocvyvomta <1:100000 dropo. To cvumtodpato g vOGOL
poalovv pe ekeiva TG mWARPovg aypopatoyiag, Opmg otov  blue  cone
monochromatism vrépyst Aettovpyio twv S-koviov. H ortikn o&otnta eival cuvibwg
0.1-0.25. H vdéoog kAnpovopeitor HE TO QLAOGVUVOETO VLRTOAEWTOUEVO TPOTO. X€
opwopévoug acbBevelg €xer mapatnpnbel TPOOSELTIKY] EMWOEIVOON TNG ORMTIKNG
Aertovpyiog, Omwg cvuPaivel 6TIC TVTIKES OLGTPOPIES TOV kovioy. 3 ¥

iv) Oligocone trichromacy

Yravioe popen. Xopaktnpiletor amd HEIWUEVN] OMTIKN 0ELTNTO KOl Mo
eToQofia, WoTOGO N EyXpmuUn dpaoct eivor 6xedOGV PLGIOAOYIKT).

v) Cone monochromatism

Emiong ondvia popen. Ot mdoyovieg gppavifovv dtatapayés oty aviiinym
TOV YPOUATOV, EVO 1) OTTIKY] 0EVTNTA ST PEITOL PLGLOAOYIKT).

vi) O@Baipkn} vocog Tov Bornholm

Amotedel  X-@LAOGUVOETO GUVOPOUO OLGAELTOVPYIOG TOV KOVIOV  TOL

GLVOOEVETOL OO LLMTIO KO SEVTEPAVAOTTICL.

2.3 AYXTPO®IEX THX QXPAX (macular dystrophies)

Yy evomta avtn Bo meptypapel pio GEPA KANPOVOLIK®OY SaTopoy®Y Ot
omoieg emnpealovv KuplmG TNV TEPLOYN TG OYPES, HLOPPOAOYIKA KOl AEITOLPYIKAL.
I'evikevpéveg datapayés tov koviov (ot omoieg emmpedlovy Kot THV ®YPAE OTOL
VILAPYEL UEYOAVTEPT GLYKEVIPMOOT KOVIWV), OT®G o1 dLoTPoPies KwVimv/ Koviwmv-

paPdiov, avarthydnkay ce €101KO KEQAALO.
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2.3.1 Noococ tov_Stargardt — KnMddstiktog PvOog (Stargardt’s disease —
Fundus Flavimaculatus, STGD-FFM)

H vocog tov Stargardt omotelel tqv mo ocvyvi dvotpopio g oyPAg pe
enintoon mepinov 1:10000 oto yevikd mAnBocpd. Teprypaenke apyikd to 1909 amod
tov Karl Stargardt36 ®G [0 VEAVIKT) SVGTPOQPIa LLE ATPOPIKES AALOIDGELS GTNV WY PdL,
nov mepPdAlovtarl amd kitpvonés knAideg (flecks). Apydtepa, n ovoposio fundus
flavimaculatus (FFM) ypnotomoifnke omd toug Franceschetti kon Francois®’ yio v
TEPLYPOPY] UG OVTOTNTOG 7OV YOPaKTNPLOTOV amd TNV TOPOVGio KITPVOTOV
KNAdwv o€ 0Ao 10 Puho.

Qot660, £€ytve Yvootd OtL 01 000 0VTEG TOONCES €XOVV KOWO YEVETIKO
vdPabpo, kabmg Tpokarovvrol and HETAALAEELS 6TO 1d10 yovi810.38’ ¥ evikd, o Opog
«vocog Tov Stargardty ypnolponoleital TEPIGGOTEPO Y10 TIG TEPMTMOGELS OOV Ol
aALOIDGELS OV OYPE Kol M pelwon ™ Opaong epeavifoviol Katd TV TpOT M
dgvtepn dekaetia g Long kot ot KItpvenég knAldeg mepropiloviar otov omicHio
noho, evd o 6pog «fundus flavimaculatus» yw tig meputtdoeig mov gugavifovral ce
peyaAvtepn nAkia, daTtnpovy GYETIKA KOAVTEPT Opaom Kot ot KnAidec evromilovtat
o€ OAn TV éxtact tov fubov.

Ov acbeveic pe voco tov Stargardt mapovoidlovv ap@otepoTigvpn,
TPOOSEVTIKI peimon TS 0paong otnv nikia 6-20 etdv. H telkn ontikn o&vtnta
umopet va givar 0.05 1 ko pukpdtepn, e GUVOIO KEVIPIKO GKOTMLLAL.

Y10 apKG oT1ddw TS vocov o PvBog pmopel vo  gpeavifetm
QUGLOA0YIKOG, akOUN Kot Otav 1 onTiky o&utnta glvan petwpévn. H eEapdvion g
(PLGLOAOYIKNG aVTOVAKAOGONG TOV KevIpkoO Pobpiov amotedel 10 MO TPOWO
BvBookomkd onpeio g vocov. T'evikd, n @ypd TOV 060evedv pe vooo ToOL
Stargardt pmopei vo mapovolaler mowkiin eucova. Apywkd moapovcialoviat
SlTapayés YPOOTIKNG 610 eminedo Tov peAdyypov embniiov. To Pobpio amoxtd
KOKKI®DON guedvion f potaler va koAvmteton and «PAévvo coaltykaptovy (snail’s
slime appearance). Apyotepa, yivetal eu@ovig pio mOENg mEPLOY ATPOPiag TOv
pehdyypov embniiov peyébovg mepimov 2 OnAaiov dwpétpov opldvtia kot 1,5
Oniaiog Swpétpov kdbeta, mov Exel oyn «seupnriatnuévov yoikov» (beaten
bronze atrophy). e mpoywpnuéva otddia, pmopei vo VIdpPYEL oNUOVTIKOD Babpod

YOPLOAUPIPANGTPOEIIKN aTtpopion otov omicbio moOA0 KaBdg Kor evoamobéoelg

YPOOTIKNG.
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Ol YOpOKTNPIOTIKEG KNAIDES KILTPIVOTOD YPONATOS KOl OKAVOVIGTOV
oynportos (flecks) sivar cvvfoc esueoveic HON ota TPOWO GTAdSO. TS VOCOL.
Evtonilovtatl oto eninedo tov peddyypov embniiov kot tepPAALOVY TIC OAAOIDGELS
™G oypas. Apydtepa umopet va eEomAdvovior og tn péon meprpépeta. To ayyeio kot
TO OTTIKO veEDPO cLVNOM®G £YOVV PLGLOAOYIKT EUPAVIOT, AKOUN KOl 68 aoOeveic pe
TPOYWPNUEVN VOGO.

H ayyeloypagia pe pAovopeceivn avadetkviel cuvnlwg pio KeEVTPIKn Teployn
ue vmepebopiopd, 1 omoio mepifaiietor amd KnAideg mov epeavifovv emiong
avénpévo pBoplopd. Méypt kar 86%* tov acevdv epoaviCovv to onpeio e
«oprogdikig oy (silent/dark choroid): n ocvykévipwon AMmogovokivng ota
KOTTOPO. TOV  HEAAYypovL emBnAiov eumodiler t0 @LGOAOYIKO @Bopioud TOL
YOPLOEWOVG, HE omoTtéAecpo  vo. TPOPAAAOLY  €VIOVO Ol  AEMTOUEPEIEG TMV
AUPPANCTPOEOIKAV ayYEI®MV ETAV® GTOV «GKOTELVO» YOPLOELON.

Ot dwrapayés omv Eyypoun opacn oe ocbeveic pe voco Stargardt
OVTIOTOLYOVV OTN UEI®ON TNG ONTIKNG 0ELTNTOG Kot dgv €xovv TN Papunta ekelvav
OV TOPOTNPOVVTOL GTIS SVOTPOPies kKmviwv. Kevrpukd okotdpata givotl 1o mo cuyvo
e0pnua Katd v £££T00T ONTIKAOV TESIMV.

H vécog xkinpovopeitor pe Ttov 0UTOOCOMIKO vmoiewmopevo tpomo. To
vevOvvo yovidro sivar to ABCA4 (ralarotepa ABCR), mov Bpicketan 6to fpoayd
OKEAOG TOV YPpOROcONETOS 1. TO cuykekpiuévo yovidolo Kodwkomolel pio mpTeivn
TOV POTOVTOd0YE WV (pafdiov Kot KoVimv), N omoio. OVIKEL GTNV OIKOYEVELD TMV
ABC (ATP-binding cassette) npwteivov-petapopémv kot dadpapotilel oNUAVTIKO
pPOAO OTNV OVOKOKAMOTN TOV PETIVOEWDOV HETAED TGOV QOTODTO0YEMV Kol TOL
puerdyypov emBniiov. EAlewyn g mpoteivig avtg £xel ©C AMOTEAEGUA TN
ovykévtpwon N-retinylidene-phosphatidylethanolamine (N-RPE) ot t petatpomnn
¢ oe¢ N-retinylidene-N-retinyl-ethanolamine (A2E), n omoio amnotelel Kvplo
GLOTOTIKO TNG XmO(poncK{vng.Q’ * Ta TPOIOVTA QVTA TOL PETAPOAICHOD elvar TOEKE
Yo to KOTTOpO TOL WEAdyxpov emOnAiov, M €KQUAON TV Omolwv £Yel G
AOTEAEC LA, TV EKOVAGN-04vATO KOl TOV POTODTOO0YEWV.

Extoc amd ™ voco tov Stargardt, ot petarddéelg oto ABCA4 yovidio éxovv
ouvvdebet ue v CRD 44 KkaBmg Kot v RP,* evi (QOIVETAL VO VTTAPYEL GYECT KOl LUE

™V TafoyEveln TNG NAIKLOKNG EKQVAONG TNG mxpdg.46
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2.3.2 Avotpooio TS oyphc Tvmov Stargardt kimpovopovuevn pe  Tov

0VTOoMUIKO gmkpaTi) Tpomo (STGD3, STGD4)

[Tpdkettar yio VOGO [e GOVOTLTIO O 0TOT0G OEV dLaPEPEL Waitepa amd ekeivov
¢ vooov tov Stargardt mov kKAnpovopEital Le TOV GVTOCOUIKO VITOAEWTOUEVO TPOTO
(yvoot ko w¢ Stargardtl, STGD1), wotéco petofipdleror katd Tov ovTocmUKO
emikpat Tpomo (STGD3).*™*° To vrehuvo yovidio eivar o ELOVLA (Elongation of
very long chain fatty acids), oto pokpd okélog tov ypouocmdpatog 6. Ot Tdoyovteg
Tapovclalovy TPOOJSEVTIKY pelmon TG Opacng amd TN VeoviK cuviiwg nAia,
GUVOOELOLEVT] OO ATPOPIKEG OAAOLDGELS TNV WYPE Le N yopic knAides. H vocog
®oT1660 yopoktnpiletoar amd onuovTiky KAMvikn etepoyévela. To onueio g
«(OPLOEWIKNG GLYNG» YEVIKA OOVGIALEL OO T PAOVOPONYYELOYPOPIOL.

Axoun pio KAk ovtomnta, KANPOVOUOVUUEV KATO TOV EMKPOTH TPOTO
AL e QOVOTVTIKG YopaKTnpLoTKd opoto pe exetva g STGD1, éxer meprypapet
Kot 0 vrevBuvo yovidlo €xel evtomiotel oo ypoudcopa 4 (PROMIL, STGD4).*
[evikd, n avtoocouikn emikpathg vooog tov Stargardt amoavidtor omdvia, Kabmdg M
OVTOGMUIKT VIOAEWTOUEVT LOPOPT TTOVL o@eiletan oe petaArdtelg oto ABCA4 yovidio

Bewpeitan 011 avTrpocwnedel 10 90-95% TOV GLVOLOL TOV TEPTTOCEMV.

2.3.3 Pattern Dystrophies

Ot dvotpoieg TOmoL pattern amotelohv KAVIKA ETEPOYEVI] OLAOO VOCHV TOV
yopaktnpiloviar amd evOmoBECELS XPMOOTIKNAG GTNV TEPLOYT TNG OYPIS, KITPVOTOV 1)
vkpilov ypodpaTog, ot omoieg AapPdavovv mowkila oyéda Kot vionilovtal 6To eninedo
oV peldyypov emOniiov. Ou pattern dystrophies eppaviCovion cuvnBwg katd v
eviiliikn (o1 pe Mo petmwon g Opaong M HETOUOpPOYies, TOAAESG POPES OUMG Ol
acOeveic mapaUEVOVY AGUUTTOUATIKOT EMG TNV TEUTTN OEKOETIO 1] KOl Y10 TAVTOL.

H ontiky o&vmta cvviBmg dtatnpeitor moAd KOAN Yoo apKeTd €Tn Kot ot
dvotpopieg TtOmMoL pattern Bswpovvion KaANg oxeTikd TPOYvwons. Qotdco, ot
EMMTAOGES OTNV Opacn Towv ocbevov pmopel vo eivor apketd coPapéc, oe
TPOYWPNUEVO GVVIOWG 6TAdLN, OOV UIToPEl Vo VITaPYEL onuovTikoD Babuod atpopio
oV OXPA M Yoploewikn veoayyeiwon. H dapopikny Sidyvmorn amd v nAKLOKY
EKPUALON NG WYPAG elvor TOTE OLGYEPTG.

On pattern dystrophies kAnpovouovvtal cuvHO®MG LE TOV OVTOCOUIKO ETIKPATH
tpomo. Ot vrevbuveg petodraéelg evromilovtar cvyvd oto yovidto RDS (Retinal

Degeneration Slow gene). MetoALGEeLg 6TO GUYKEKPIUEVO YOVIOL0, GTO YPOUOCMLLN
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6, &xovv PBpebei eniong oe naoyovteg amd RP, CD/CRD kafdh¢ katl dvotpopieg tng
@YPAC TOL dev aviKovY 6TV opdda v pattern dystrophies.®

O1 xupLoTEPES LOPPEG TNG dSuoTpoiag TOTOL pattern eivar ot e&Ng:

o) Avetpogio Tomov metarovdag (butterfly-shaped pattern dystrophy). Ot
evamobéoelc cuvnbwg £xovv oynua mov Bouilel metaAovoa. Alakpivovior EVKOAOTEPO
ue ) Pondeta e provopoayyeloypapiog, kabng ot idieg dev pBopilovv, Tpofaiiovv
OUMG £vTova ETAV® GTOV EOOPICUO TOV VTOKEILEVOD YOPLOEDOVE. VY VA 1 KEVIPIKT
BAGPN mepPdiieton amd opiopévou PBabpov vrepebopicpd. H vécog petafipdleton
LLE TOV aLTOCOMKO emkpatt Ttpdno. To vrevBuvo yovidio givor To RDS.

B) AilkTveT dveTpogia Tov perdyypov emOniiov Tov Sjogren (Sjogren’s
reticular dystrophy of the retinal pigment epithelium). Zxdvia popen oty onoia
ol evamofécelg ypwOTIKNG oT0 HeAdyypovv emBnAlo oynuatilovv éva  diktvo
YPOUU®OV TTOV KOADTTEL TOV OTicHl0 TOAO. XTIC SUCTOVPDOGEIS TOV YPUUUDV CVTOV
VIAPYOVV onuei pe TEPIOGOTEPT YPWOOTIKY, HE OMOTEAECUO OAOKANPOG O
oynpaticpdg va Bopiler dtytv yopépatog. H ewkdva avtr eivon diaitepa poavig
otV ayyeoypagio pe paAovopescivn. H vocog khnpovopeitol pe Tov DTOAEUTOUEVO 1)
TOV €MKPATY) TPOTO.

v) AgkiO6popen dvotpogio Tov evnrikewv (adult onset foveomacular
vitelliform dystrophy, AFVD). Eugaviletot og dtopa nikiag 30-50 etodv. H tomiky
BvBookomikn ewdva mePAapPavel apeotepdTAEVPES, YKPILOKITPIVES, KLKAIKOD 1
oBGA GYAUATOC OALOLDGELS GTNV TEPLOYN TNG WYPAS, peyébovg 1/3-1/2 g Onaiog
Stauérpon.Sz 210 KEVIPO TOLG Umopel vo Lapyel pio HiKpr, KUKAMKN evomdbeon
ypwotikng. Ot AekiBopopeec avtég PAaPeg Bupilovv 115 avtiotolyeg g voGov Tov
Best. e mpoyowpnuéva otddto TG VOGOV, UTOPEL Vo LIAPYEL ONUAVTIKOL Paduov
atpo@io. M Kol YOploewdikny veoayyeimon (omdvia), €wovo mov opoldlel pe TNV
NAKLOKN EKQEOAMON TG OYPAC.

H AexiB6popen dvotpoeio tov evniikov Bewpeitor 6Tt kKAnpovoueital pe tov
AVTOCOMKO emkpoty TOTO. ‘Exovv gvoyomomOei petadrdtelg ota yovidia RDS ko
VMD?2, wotdéco 1o yevetikd vroPabpo tng vOoov mopapével o€ PEYAAO TOCOGTO
dyvoocTo.

6) Multifocal pattern dystrophy simulating fundus flavimaculatus. H
BvBookomikn ekdva TEPAAUPAVEL IALOIDGELS GTNV ®YPA TOL GLVNOWG elvarl TVTTIKEG

¢ pattern dystrophy, ce cuvdvacud e KNAISEG OLOLES e EKEIVES TOV KNAOOOTIKTOV
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BvBov otov omicHio 16h0.%% Te avtifeon pe m STGDI1-FFM, dev mopatnpeitor to
ONUEID TNG «YOPLOEIDIKNG GLYNCH» OTI PAOVOPOYYELOYPAPIQL.

€) Fundus pulverulentus. [TiBavdc n mo ordavio popen. Xapoktnpiletor amod
TNV KOKKIMON EUQAVIOT] TNG TEPLOYNG TS WYPds KNAidag (To peddyypovv emOnio
OTOKTA GTIKTN ELPAVION, LE TOIKIAOV peyEéBovg otiyuata).

A&ilel vo onueliwbel 0TL N TOPATAVE® KOTYOPLOTOiNGT TOV SUGTPOPLOV TOTOV
pattern otnpiletol Kvpiwg 6T0 GYNUO TOV EVATODECEMV YPMOTIKNAG, EMOUEVMG OEV
elvar amoAvtmg doxuun. Etot, €xouvv avoaeepbel mepmtdoelc SlopopeTiKOv TOT®V
pattern dystrophy oe pékn g idtac otkoyévetag mov gpépouvy v idta petddhoén.> >

Pattern dystrophy e cvvovacué ue cveryuatixiy voco

AMowwoeglg g wypdg TtOmMoL pattern dvotpoeiag €xovv meplrypagel oe
GLVOVACUO LE TO EAACTIKO wsuﬁoédvaua,% TN LVOTOVIKN Sncrpocpia,57 7O GHVOPOLO
MIDD (Maternally Inherited Diabetes and Deafness),*® t vooo Crohn,*® ) voco tov
McArdle® k.g.

2.3.4 Asgxi0opopon dvotpooio Tov Best (vésoc Tov Best)

[Tpoxerton yio vdGo mov KANPOVOUEITOL KOTE TOV OVTOCOUKO EMKPOTY TPOTO,
pe molkiAn deloovTikOTNTA Kot ekppactikdtta. To vmevBvvo yovidwo (BESTL,
noAaotepo Yvootd og VMD?2) evtoriletarl oto ypopdcopa 11913 kot koducomotel
mv mpwteivn bestrophin. H televtaio exepdletar oto peddyypovv embniio kot
Bsmpeitor 6Tt puOuilel T petapopd 16vToV, Kuping Cl” kot Ca™. MetoAldéelc oo
yovidio g bestrophin éyovv ®¢ amotéleocpo ™ SwTopoyn TS PLGLOAOYIKNG
Aertovpyiog TOL  peAdyypov emBnNAiov Kol T CLGGMOPELON TPOIOVIOV TOL
petafoAlopod  (AMmopovokiviig) tev £E® TUMUATOV TOV  QOTODTOO0YEMV, LE
OTOTEAECHO TN ONUIOLPYIO TOV YUPAKTNPICTIKOV GAAOIOCEDV TNG vOGou Tov Best
otov omticOo moAo.

H vocog tov Best exdniovetor pe peiowon 1 B0Awon g Opaong n/xot
petopopeoyieg kot eugovifetor ovvnbmg xoatd Vv Todkn 1 eenPikny nAio.
Qac1000, 01 acbeveig umopel va elvol AGVUTTOUATIKOL Yo LEYOAO XPOVIKO d1doTnua,
émc Ko petd v Epdoun dekaetio g Lonc.®t Av kat 1 ontuehy o&vTTa Sronpeitan
KOAN oT0 opyd otadio g voocov, 10 74% twv acBevov >30 e1dv £yl ONTIKN
o&vmta <0.2, otov évav ToLAd IeTOV ocpeaku().ez

H véooc mepihapfavel mévie dwokprtd otdoto. Apyikd, n oyxpd speaviCetol

QULOWAOYIK 1N Tapovowdlel Mmieg  Oatapoyés OTO  HEAGyypovv  EMONAL0
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(previtelliform stage). Xto AexiBopoppo otado (vitelliform stage), epeoviCeton
KUKAIKT], KOAQ TEPLYEYPAUUEVT], TOPTOKOAL YPOUOATOS, OUOOYEVNG OAAOI®MOT OTO
KEVIPO TNG ®YPAS 1 omoio pordlel pe tov kpdko avyod (amd O6mov 1 ovoupacio
AexiOopopoen). Lo emdpevo otado (vitelliruptive stage), to cvotatikd g PAAPNGS
yvivovtor Aydtepo opoloyevr kot M opylkn oAloiwon amoktd Oyn mov Bupilet
«woperétar. Apyotepa, 1 PAGPN Aapupavetl t popen yevdoimorvov (pseudohypopyon
stage), kaBm¢ T0 AeKIOOLOPPO VAIKO GUYKEVTIPMVETOL GTO KAT® HEPOG TNG. XTO TEMKO
0TAd0 1 OYPd epeaviletor atpoeikr. Mmopel vo. GUVLTAPYEL OVATTVEN WMOOVG
16TOV (CYMUOTIGUOS OLVANG) N/KOL XOPLOEdIKY veoayyeimor. O ypdvog mov amarteiton
vy ™ petafaon and £va otadlo o emopevo mokiAdel. EmmAéov, éxel exppaotei M

Gmoym 611 10 6TES10 TOL YeLdOHTOTVLOL Tponyeitar Tov Vitelliruptive otadion.”

Ewovo 2.4. Dotoypapio fubod acbevois pe voco tov Best (vitelliruptive 6tddio).

Av ko 1 tumikn vocog tov Best Bewpeiton 011 opeiletan amokAeloTIKA OE
petaAlaéelg oto BEST1 yovidio, to 1010 €xet Ppebel 011 cvvdéeTan e mEPIGGOTEPEC
opbolukéc mobnoews: adult onset foveomacular vitelliform dystrophy (AFVD),
autosomal dominant vitreoretinochoroidopathy (ADVIRC), autosomal dominant
microcornea, rod-cone dystrophy, early-onset cataract and posterior staphyloma (AD
MRCS), RP, autosomal recessive bestrophinopathy (ARB). To mpdypoto
TEPMAEKOVTOL OKOUN TEPIOTOTEPO, KOOMG £YOVV TEPYPUPEL TEPIMTMGELS AGHEVAOV e
TNV TUTIKN KAVIKT €kovo TG dvotpogiag tov Best, émov n voécog gaiveton vo

petafiPaleTot e TOV LTOCOUKO VTOAEITOUEVO TPOTO. 64,65
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2.3.5 Xrdviec nopoic SveTPOPIOC TNE OYPAC

Kvoteocdng ovotpogio TG OypaS KANPOVOUOVUEVI] HE TOV OUTOCMOUIKO
emkpoT Tpoémo (dominant cystoid macular dystrophy)

Exdnidveton ommv evilikn (on pe pelwon g kevipwkng opoong. H
BvBookomikn €KOVO Kol TO ELPNUOTA OTN AOLOPOAYYEDYPOPio. €lval avTd TOL
TUTIKOD KVGTIKOV OONUATOS TS OYPAS. Me v mdpodo Tomv €TV 1 oxpd epeavilet
atpogio eved pmopel va vdpyovv Kot evamobioelg ypwotikng. To vrevbuvo yovidio
Bpioketon ot meproyn P15-p21 oto ypopdooua 7.

Dominant drusen

H vbcoc ekdniovetor pHe NV EUOAVIOT HKPAV, KUKAIK®OV, KOAX
neptyeypoupévov drusen otov onicHio moAo, o€ dropa 20-30 etdv 1 kot veotepa. Ta
drusen mpoodevtikd awéavovtar og aplfud N/kor uéyebog kot umopei va cvppéovy. To
neldyypovv embnAlo gpeaviCer mowilov Pabuov atpoeic. e mpoywpnuévn vOGo
VILAPYEL  YOPLOOUPIPANCTPOEWIKY] OTpOPio, 7OV UTOPEL VO GLVOSEVETOL MO
evamobEoElg YpMOTIKNG N/Kal YOPLOEWIKY veoayyeimon, evd ta drusen cuyvd dev
glvon o epeav.

H vocog epopavifer onuavtiky kAvikn| etepoyévela. 'Etot, molawdtepa elyov
ypnowonomBel o1 ovopacieg Hutchinson-Tay choroiditis, Holthouse-Batten
superficial chorioretinitis, Doyne’s honeycomb dystrophy, Malattia Leventinese yia.
TNV TEPLYPAPT] TOV SLAPOP®Y PUIVOTOTTOV TOV «OKOYEVDV» drusen.

Ta «owoyevip» drusen kKAnpovopovuvTal He TOV GUTOCOUIKO ETIKPATH TPOTO.
Inuovtikog opBudg owoyeveldv Ppébnke va @épel ™ petdrraln Arg345Trp oto
EFEMP1 [epithelial growth factor (EGF), containing fibrillinlike extracellular matrix
protein] yovidio 6to ypoudcmpa 2.

Kalon0ng ovykevrpikn daktologdng dvetpoia g oypag (Benign concentric
annular macular dystrophy-BCAMD)

[Teprypaoenke opyikd ™G dSvoTPOPia He AAALOIDGELS GTNV ®YPA TOV TOTOV TNG
bull’s eye maculopathy oce cuvdvaoud pe acvvidiota kaAn ontikny o&vTnTa, AKOUN
Kot 6€ NAMKIOPEVOVS acbeveic. QoTt060, 1 TOAVETNG TAPAKOAOVON O TOV TAGYOVTI®V
avédelEe to yeyovog O0tL m vocog eEeliooetan og pio Tumikn dvotpoio paPdimv-
koviov.®® O TPOTOG KANPOVOUIKOTNTOG €IVOL O OLTOCMOMKOS ETIKPOTNG Kol TO

vrevuvo yovidio evromiletar oty meproyn 6pl2.3-q 16.%°
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Fenestrated sheen macular dystrophy

[Tpoxertan yoo €EapeTiK@ OMAVIO. OVTOTNTA TOL KANPOVOUEITAL KOTA TOV
aVTOCOUKO emkpatn Tpomo. Xapokmpiletor amd v mopovsio piog KITpvOTNg
avTovaKAQONG otV OYpd o€ cvvovacud pHe €PLOPEG EVOOUUPIPANCTPOEIOKES
aAlownoels. Meiwon ¢ ontikng o&0TTag Topovotdletal HETE TV TPiTtn deKaETIOL
Kot £xel Ppadeio eEEMEN.

Occult macular dystrophy

Amotedel omdvia popen dvotpoiag 1 omoio KANpovopeitol KATG TOV
OQVTOCOUKO EMKPATY] TPOTO. X& OPIOUEVES OIKOYEVEIEG TOoYOVTIOV PBpédnkav
uetoAlaéelg oto yovidio RP1L1. H occult macular dystrophy yopoxtmpileton amd
OUPOTEPOTAELPT), TPOOOEVTIKY] HEIWON TNG OMTIKNG 0EVTNTAG, TOL EKONADVETOL
ocovBog xotd Vv eviMkn Con evd mopdAinio 1 Pvbookomikn €wKOva, 1
@Aovopoayyeloypapio. kKol TO  MAEKTPOUUPIPANGTPOEWOOYPAPNUL  TOPAUEVOLV
(QLGLOAOYIK(L.

Avetpo@io. ™S oypag tomov Bopesweg Kapolrivag (North Carolina macular
dystrophy)

Exdnidvetar ota mpdta ypdvier g Cong kot mbavodg amotelel cvyyevn
voco. KAinpovopeitar pe tov avtocopukd emkparn tpémo. H Pubockomiky eikdva
TV ac0evav Tapovctdlel apKeTd KOva onueia e TNV NAMKLOKT EKQEVALOT TNG WYPEC.
Edwcotepa, o1 maoyovieg umopei vo. epeoaviCovv arroidoelg tomov drusen otnv wypd,
mowilov Pabuod arpoeic Tov pEAdYYPOL emBNAioL, YOPLOAUPIPANGTPOEIOKN
atpopio 1 BAAPeg mov Bupilovv otapvAmpe/KoAdBopa g wypds. H ontikn o&vnta
elvar ovvnBowg kaAvtepn amd 0,T1 o mepipeve Kavelg va avTioTolEl oTNV E1KOVO TOV
BvBov. ZuvBmg n KhMvikn ekdéva tov acBevov moapopével otabepn yuoo peyYOAo
APOVIKO SLAGTN AL,

Ot petadraéelg mov evBivovral yia tn voéco evtomilovtal 610 pakpd okéAog
TOV YPOUOCOUOTOC 6, 6TV TEPLOYN 7OV givarl yvoot| og “MCDR1” .

AvGTPOQio TS OYPAg TOTOV SOrshy

H odvotpoeia tov Sorshy omotelel oviotnto 1 omoia emiong mopovctalet
OUOLOTNTEG LLE TNV NAIKLOKT EKQVALGT TS 0YPAG KNALdas. Epgaviletot petd v tpitn
dekaetion ¢ {oNg He onNUOVTIK MelwoN NG KEVIPIKNG OpacmG TOv opeileTon
ocuvwBwg otV mapovcio vroPobpikng yoproewdikne veoayyeimong. H tedevtaia
OLVOOEVETOL OO TPOOEVTIKT], TEPLPEPIKT] XOPLOOUPPANGTPOEOIKN aTpoPic. Zvyva

ot aobevelc avagépouy eMMALOV SUGKOALN GTN VVYTEPIVY] OPOCT), 1| OTolo Hopel va
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amoteAel TNV TPOTN eKONAworn g vocov. H vocog winpovopeitor kotd Tov
AVTOCMOUIKO eMKpOTN TPOTO Ko To vIEevBuvo yovidro eivar to TIMP3 (tissue inhibitor

of metalloproteinase 3).
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3. EEETAXEIX XTIX KAHPONOMIKEX AYXTPO®IEX TOY
AMO®IBAHXTPOEIAOYX

H mpocéyyion 100 000evog moL TAGKEL OmMO YEVETIKO VOOMUO TOV
ApPPANOTPOEBOVE TOPOVGIALEL 1O10UTEPEG ATOLTACEIS, AOY® TNG MEYOANG KAVIKNG
eTEPOYEVELNG OV YopakTnpilel v katnyopio. vty mabnoewv. Eekvd e ™ Aqyn
AETTOUEPOVC OTOUIKOD KOl OIKOYEVEINKOD 10TOPIKOD Kol TN OYOANCTIKN £EETOOM
npocBiov kot omicebiov Nupopiov 6T GYICUOELON AvyVid.

Modi pe v 0@BoALOCKOTN G, 0 NAEKTPOPUGLOLOYIKOG EAEYYOG OTOTEAEL TO
Baocwod wopud Mg KAMvikNg e&étaong Tov mAcyovtog omd  ap@PBANGTPOEIOKN
dvotpopio. Mia cepd emmiéov eetdoemv pmopel va paplrooctel otnv Kot yopia
AL TOV acBevAV, Le 6KOTO TV TPOGEYYION TNG VTOAEWOUEVNG OUPIPANGTPOELOKNG
Aertovpylog Kot TNV KOTOVONGT] TOV OOUIKAOV KOl AEITOVPYIKAOV UETABOADV 7OV
yopaxtnpiovv tov mdoyovta apeiAnctpoedn). Ot e€etdoelg avtod Tov TVTOV TOV
TpaypatonomOnkav otovg acBeveic mov ovUUETElYOV OTNV  TOPOVCH  PEAETN
agopovoav: v gvarcOnoio otn Qotewvyy avtiBeon, v £yxpoun 6pacn, To
OTTTIKG, TTESLQ, TV OTTTIKY] TOROYPAPid GUVOYNS, TN PMOTOYPAPI 6N TOv POV KM

TN PAOVOPOAYYELOYPUPL.

3.1 EYAIZOHZIA XTH ®QTEINH ANTIOEXH (CONTRAST SENSITIVITY,
CS)

Etvon yeyovdg 0T 0 TPOGOIOPIGUOG TG ONTIKNG AEttovpyiog yivetor otnv

KAMvikr] mpdén kvplog pe ™ pé€rpnom g omtikng ofvmntag. o v tedevtain
YPTCLOTOLOVVTOL EWOKA OTTOTLTO. T OO0 ATOTELOVVTOAL A0 GEPEG GVUPBOAMY TTOV
Bpiokovton oe évtovn avtiBeon pe tov mepPdriiovio oTIGHO. 6TOCO, TNV
kaOnuepvn {on o ATOpO KOAOVVTOL VO, O10KPIVOLV OVTIKEILEVA TOV OOPEPOVY MG
TPog T0 oYnua, to uéyebog N To contrast (pmtewvn avtifeon). o tov €leyyo TtV
TOPOUETPOV OVTAOV TNG ONTIKNG AELTOVPYinG, OnpovpynRdnKav KéS dOKIHOGIES,
Omm¢ M puétpnon g evalcnoiog ot ewtewvn avtibeon (CS).

H CS mpocdopiletor pe v mpoPorn otov efetaldpevo cuopPforwv mov
dpépovy ¢ mpog to contrast. Isovtar pe 10 avtioTpoPo g eAdyloTng avtiBeong
(neta&y epebiopartog kot meptPdAlovtog) yio Tnv omoia T0 gpEbicpa eivar opatd amd
tov oocfevi. Xovilwg ypnoipomorovvrol epediopata petafinTic YOPWKNG

GUYVOTNTOS, NE OmOTELEGNO Vo POKLATEL 1] TLmKY Kopumwdlny CS (contrast
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sensitivity function) yw éva aopa yopikdv evyvoritov 0.5-20 cycles per degree
(cpd) (ewdva 3.1). H péyiotn CS napatnpeitar otig cvyvornteg 3-5¢epd.
INo ™ pétpnon g CS ypnoonotodvor ik ontotuna (my. Pelli-Robson)
KaODC kol ovokevég mov meptlapPavouv cvomuo CRT 006vng kot nAekTpovikoy
vmoAoylotn, oOnmwg to B-VAT [1I-SG Mentor Video Acuity Tester, mwov
YPNOLOTOONKE GTNV TAPOVCA EPYACIaL.
CONTRAST SEMSITIVITY EURALURATION CHART

UISUAL AcUITY
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SEGITIVITY SPATIAL FREGUEHCY C(cpdd CONTREET
Ewova 3.1. Koumdin tng contrast sensitivity atopov pe @uololoyikn omTikn
Aertovpyio mov e&gtdotnke pe to B-VAT 11-SG Mentor Video Acuity Tester.

H CS ovuvdéeton pe v mowdtnta g Opaong. Me ta avtictoyo test,
Aoppdvoope TANPOEOPiEg TOL APOPOVV TN AEITOLPYIKN Opoon TV acbevov. Xe
acOeveic pe KAnpovopkég dvotpoieg Tov  apeipAnctposdovg, n CS  dev
ovoyetileton mdvrote pe v ontikn o&unta. ‘Etot, dropa mov maoyovv and RP xot
£€Youv ELGLOAOYIKT OTtTIKN 0&vTNTO popel va epgaviovv petopévn CS oe oyéon pe
tov vy TAnBuopnd.t’ Tt ovykexpyévn pedém, n CS ypnowomowidnke o€
GLUVOVLACUO LE TNV OTTIKY 0EVTNTA KOl TN YPOUATIKY] avTIAnym Yo Tov akpiBEcTtepo

TPOGOI0PIGHO TNG OTTIKNG AELTOVPYIOG TV AGOEVODV.
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3.2 XPQMATIKH ANTIAHYH

Eivon yvooto 0t1 n Eyypoun 6pacn otov dvOpmmo emtuyydveTon HECH TPUDV
TOneV Koviov, mov &ivol evaicOnta oe  SPOPETIKA QPAGUHOTA  GLYVOTHTOV.
[Mpokertonr ywoo too short-, medium- xou long-wavelength sensitive cones, mov
enpavifouv peyaivtepn evacOnocio mepimov oto 445nm, 543nm ko 566nm
avticTtolya.

XOppova pe TV TPYPORTIK Osmwpia ™S éyxpopung 6pacng, yvoot and
tov 19° audva, Ola o ypdpoTe UITopodv v TPOoKOYOLV amd TV avaueltn Tpliov
Bacikdv ypopdtov: KOKKvov, mpdoivov kot pmie. To 1878 mpotdbnke amd tov
Hering pio Bempia mov épotale dlopopetiky, COUE®VO. LE TNV 0moia VITAPYOLY Tpia
avVTOYOVICTIKA (ehyN YpOUATOV: KOKKIVO-TPAGIVO, UTAE-KITPIVO KOl LOVPO-AOTPO.
(Bzopio NG YPOUATIKIG OVTOYOVIGTIKOTNTAS). XNuepa €ivol Om0deKTd OTL M
pypopatikn Oeopio eEnyel v enefepyocio TOV YPOUATOV GTO €MINESO TOV
QOOTOOVTOd0YEWV (TPEIS TOTTOL KOVIMV), vd 1 Bempia TG  AVTAYOVIGTIKOTNTOS £XEL
eQopUOY omnv emmAfov eneepyacio. TOL ONUATOS TOV TPAYHOTOTOIEITOL OTO
yoyyMoxkd kOTTapo kol otov  £6®  yovotawon mupnva. H o depyoaciec avtég
0AOKANPOVOVTOL PLE TOADTAOKO TPOTO GTOV OTTIKO PAOLO.

Kd&Be ypopa mpocdiopiletor mAnpwg pe facn tpio yopakploTikd:

a) ™V anoypmon (hue) mov avtietoryel 610 KLpiapyo UAKOC KOUATOG TOV
XPOHATOG

B) T potewvotnto (value) mov apopd v Eviacn Tov YpOUATOG

Y) 1oV Kopeopd (saturation) mov kaBopiletor and v TPOSUEN AgvKOD
YPDOUOTOG.

Ov owrapayés ™S EyYpOUNS OpaoIS OKPIVOVTIOL GE GUYYEVEIS Kol
emiktnTeS. O mpodeg mepiapfavouy Tig £NG dratapayés:

1) Xvyyeveig dvoypopatoyics. [opatnpeitor TApNG EAAEYN UIOG €K TV

POV QOTOYPOOTIKOV TOV KOVIOV 1 OvVIIKOTAoTOon ovuthig amd pio
«OBPOKN» YPOOTIKN UE OLPOPETIKN POCUOTIKY evocOnoio. Xtnv Tpd
nepintoon pAdpe yuoo mpotovorio (EAAewyn TG xpwOTIKNG Tov L-
Koviov), devtepavomic (EAhenyn G YpOOTIKNG TV M-koviov) 1
tproveric  (EAewyn ™G YPOOTIKAG TV  S-Koviov). Xt dedtepn
MEPIMTOON WAGUE OVTIOTOLYO Y10 TPOTAVOUOALL, OELTEPAVOUOAO 1)
tprtavopaiio. Ot dwtapoyés tov L kot M ypootikdv kKAnpovopovvtol

KOTA TO QUAOGUVOETO VTOAEMOUEVO TPOTO (gival TO GLYVEG GTOVG
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GvTIpEG), VD Ol dSTOPUYES OTNV S YPWOOTIKN KANPOVOUOVVIOL WE TOV
OVTOGMUIKO EMKPATY] TPOTO KoL EIVOL YEVIKA TTO CTAVIEC.

2) Xvuyyeveic dTOpPoyéS TOV KOVIMV, TOV GLVOOEVOVIOL OO UELMUEV
OTLTIKY| o&vra Kol YOPOKTNPLOTIKEG JLToPayES 610
niektpoapeipAnotpocidoypaenua. Ileptypdooviar oty evétro ToV
SVOTPOPLOV TOV KOVIMV.

O emiktnTeg Swrapaysés NS EyypoOUNg Opacng Hmopovv va gival to
AMOTELEC A TNG TOEIKNG OPACTC PAPUOKEVTIKAOV 0VGIdV (€0apovtoAn, dakTudition),
CLOTNUOTIKOV TodNcEOV (GoKyop®ddNG SopnNg), ToBNCEDOV TOV OTTIKOD VEVPOV
(omtikég vevpitdeg), VOG®V TOL YOPLO-aUPIPANGTPOEWBOVS Kot TG wYPAg KNAIdoGC
(MAlaxm eKQUALEN NG OYPAC, PAEYUOVES, KANPOVOULKES OLGTPOPIEC).

H dSwtapoyn g Aettovpyiog g Eyypoung 0pacng amotedel cuyvd evpnua
OTIG KANPOVOUIKES OLGTPOPIES TOV auUPIPANGTpoEdovC. Edikdtepa, 6115 duoTpopieg
Koviov 1 koviov-pafdiov amotekel €va amd To KLPLOTEPOL KOl MO TPOLLQ
CUUTTOUATO, T OvOyvodplon Tov  omoiov cvuPdiier kabopiotikd oty opbm|
oldyvoon. AveEdptnto omd T0 0V 1 OVOTPOPio. TPOGPAALEL TEPLOGOTEPO TA
papoia 1 To KOVia, TOV KEVIPIKO 1] TEPLPEPIKO ap@ipAnoTpocdn, n vrapin
owTapaynNg TNG YPONCTIKNG OVTIANYNGS OGVOOEIKVOEL TN owTopay] TS
AEITOVPYIOG TOV GLUOTIHATOS TOV KOVIOV.

[Ma Vv aviyvevon kot Tov TPOoGOOPIGUO TOV JTAPAYDOV TNG OAVTIANYNG TOV
APOUATOV YPNCLULOTOLOVVTAL KLPIWG TPELS KaTnyopies eEeTdoemV:

a) Test pe yevdoicoypopotikovg wivaxeg (m.y. Ishihara).

) Color matching tests, mov otnpilovtatl oty TprypouOTIKY Oewpia.

v) Chromatic discrimination tests, mov e£etdlovv TV KavOTHTA TOV ATOLOV
va dtakpivel 0Tt dVO YPOUATE SPEPOVY HETAED TOVC, T.Y. MG TPOG TNV OTAYPMOOT 1
TOV KOpeGUO. TNV katnyopia avty avikel to Farnsworth-Munsell 100 Hue (F-M
100) test, To omoio ypnouonomOnke oty Tapovca doTpiPi.

[Meprypaonke 1o 1947 and tov Farnsworth. Amoteleitan and 85 ypmpatiotong
necco0g (4 oepéc tov 21 M 22 neco®dV), Tovg omoiovg o eEetaldpevog Kaheitol va
tonobetnoel Katd oepd dadoyikdv amoypdcenv (hues). Ot amoypdoelg avtég
KOAOTTTOUV OAOKANPO TO YPOUATIKO KOKAO KaBMG KOl TO U QOCUOTIKO YOG TOV
avrtiotoyyel oty meproyn 400-700nm (1ddeg). To test mpémetl va mpaypatonoleital og

OLYKEKPLUEVES cLuVONKES POTICHOD (Wavikd eoTicpdg tomov C, =6740°K). Ot dvo
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opBaipol eEetdlovian ywplotd Kot o eEeTalONUeEVOg KaAgital Vo, OAOKANPOGEL TV
tomofétnon kabepdg and Tig 4 GePEC TEGSOV GE YPOVO 2 TEPITOV AETTMV.

Katd v agloddynon tov test, Aapfdavetor vroyn 10 Katd 1060 dSapEPEL 1
oelpd TomofETNoNG TOV TEGGMOV amd ToV £EETOLOUEVO GE GYECT UE TN PLGLOAOYIKN
akolovBio tev amoypdcewv. Ymohoyileton pe €00 TPOmO £vo aprOpnTiko
omotéleopo  Poocwopévo 610 6GUVOMKO  aplBpd  TOV  GQUANATOV OV
npoypatomoinoe o eéeralopevog (Total Error Score, TES) ko oyeowaleror to

avtioTor o molko owdypappe (swkéve, 3.2).
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Ewéva 3.2. [ToAwko dudypoppa atopov pe puotoroyikd F-M 100 hue test.

Ta @uolohoykd dTopo GVVNOME EYOVV TKAVOTOMNTIKY KAVOTNTO JIOKPLoNG

TOV YPOUATOV, TOL OVOOIEIKVOETOL E £V GYETIKA YAUUNAO aplOUd cQUAUAT®V GTO
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F-M 100 Hue test. Qotdc0, opiouévol avBpomot epeaviCovv petmpévn amddoom 6To
F-M 100 6iyw¢ va mhoyovv amd kdmoto dtatapoayn g Eyypoung opaons. Ta dtopa
aVTE TPAYUOTOTOOVV Hiol Gepd AoB®V 7OV KATOVEUETOL JUYLTO GTO TOALKO
Sudypoappo Kot 0empodvtal 6Tt EXOVV YOUNAY IKEVOTITA SLEKPIGNS TOV Y POUATOV.
Avtifeta, o1 maoyovies amd cLYYEVELS OLOYPO®UATOWIEG ELPOVICOVV YUPUAKTNPIOTIKES
alhownoelg oto F-M 100 test, mov apopohv GLYKEKPIUEVES TEPLOYEG TOV YPWOLOTIKOV
pdopatoc.

H xvpuétepn egappoynq tov F-M 100 test a@opd otov heyyo TV
EMIKTNTOV dwutapay®v TG Eyxpoung 6paonc. H e&étaon sivon apketd gvaicOntn
doTe vo. aviyvedel Mmeg dtopayés mov, pe TN yprion GAiov test, pmopei va
otpevyav ¢ mpocoyns. Ov acBevelg pe emiktmreg dwotapoyéc TG YPOUOTIKNIG
avTiAnYnG, ovumePAAUPOVOLEVOY  TOV  dVOTPOPLOV TOV  AUEPANCTPOELOOVC,
eppavitouv mowkidia aAhowwcewv oto F-M 100 test. Qotdco, eivar moAAES QopEc
duvaTo, TAPATNPAOVING TNV TEPLOYN] TOV YPOUOTIKOD KOKAOVL Omov gvtomiloviot To
neplocdTePa Kot coPoapdtepa c@AApATA, VO EEAYOVUE CUUTEPAGLLOTO YL TN QUGN TNG

dlatapayngs, Eav OMAadN vt aPopd To EpLOPO-TPAGIVO 1 TO UTAE-KITPIVO.

3.3 OITIKA ITEAIA

Souevo pue TV mEPLYpaPn Ttov Traquair, to omtikd medio amotedel pio
«wnoida Opaong» mov mepPdrieton amd «Bdhoacca okdtovgy. Ilpokertar y
TpLoodoTatn doun, mov ekteiverol katd mepimov 60° pwvikd, 50° dvw, 70-75° kdtw
Kot 90-100° kpotapud. Kabodg amopakpuvopacste amd v Kopuen Tov «AOQOoL TG
OpaoNS» TPOC TNV TEPLPEPELN, UELOVETOL AVTIoTOYO 1 €vocOnoic Tov OmTIKOL
nediov.

O 7pocoopPIlopdg TOV OTTTIKOV TEDIOV TPaypaTomoreitar pue 6o Pacikéc
peBOS0VS: TNG KIVITIKNG KOl TNG 6TATIKNG teppeTpioc. Katd v mpd1n, 0 616)10¢
Kwveiton omd TN Un opory mEPoyn mTPpog TN BewpnrTikd opatr, ®OTOL Vo yivel
avTIANTTOG amd Tov €EETOLOUEVO. XTN OTATIKY TEPLUETPiA, O 0TOHYOG TPOPAALETON
evTOg 1oV Bepntikd opatoh mediov kot petafdiietor oe péyebog M/kon €viaom
®omov va yivel ovtiinmroc. Méxpt onuepa €xovv  ypnowwomombel  didpopeg
YEPOKIVITEG 1 OVTOUATEG GUGKEVES Y10 TOV EAEYYO TOV OTLTIKOV Tediov, Pacilopeveg

GTN GTOTIKN 1] TNV KWWNTIKN TEPYETPIAL.
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Ot KANPOVOUIKEG OLOTPOPIEC TOL OAUPIPANGTPOEIBOVS GLVOOEVOVTOL TIC
TEPLGOOTEPEC POPEG MO OAAOIDGES TV ONTIKOV Tedimv, M PapdInto Kol To
YOPOKTNPIOTIKA TV Oomoiv Sopépovy avaAoyo pe To €100¢ Kot Tn OLUPKELD TNG
voocov. H e&étaon Tov onTik®v Tedlov 6ToVg GLUYKEKPLUEVOLG aoBeVELS avadelkvieL
™ AETOVPYIKN Olatopayr] TOL avTioToy el oTic PvOocKOTIKEG OAALOIDOES. XE
OPIGUEVEG LOMOTO TEPMTMOELS, Ol OAAOIDGELS 0T OTTIKA TTEdin VOl SOLVGOVALOYEC
pe v ewova tov Pubov. 'Etol, acbevelg pe eikdvo dvotpopiog eviomiopuévng oty
wypd umopet va eueovitovv coPapég dlatapoyés oTo TEPLPEPIKO OMTIKO TEDIO,
AVadEKVVOVTOG TNV VTtapén dtbyvng vosov (T.y. duatporia Koviov-papdimv).

Xy mapodoo UEAETN, O EAEYYOG TOV ONTIKAOV mediwv TV achevav
npaypoatoromOnke pe ™ pEBOdO NG OTATIKNG TEPUETPIOC KO, GE OPIOUEVES
TEPUITAOGELS, Pe TN MEB0d0 NG KivnTikng mepluetpiag. [a ™ otatiky mepueTpia
ypnopomomdnke avtopato mepipeTpo tomov Humphrey.

Katd v e&étaon pe to mepipetpo Humphrey Field Analyzer npopdaiiovton
QPOTEWVOL 6TOYOL d1POPETIKOV HeYEBOLG Kat Eviaong o Tpokabopiopéva onueion pog
QeOTEWNG NUo@apkng Borov. O efetaldpevog Kaeitar va amavid kabe @opd mov
avtihapupavetar o potewvd otdyo. 'Etol, mpoodiopiletar n ovddg gvaichnoiog tov
eetalopévov oe ovykekpyévo onueio Tov omtikov mediov. Me 1 Porbewn
NAEKTPOVIKOD VTOAOYIGTY, YiveTol TEMKA 1M Yoptoypaenon g evoctnociog tov
TEPLOYDOV  TOV  QUEIPANGTPOEODG mov  emBvpovpe vao  eAéyéovpe. Zvvnlwmg
AP CLOTOLOVVTOL TPOYPAULOTO TOV EAEYYOLV TIG KEVTIPIKES 24-30°.

H avdivon tov anotelecpdtov mopovctdletol oG YPOuQIKy OmEKOVIGT TOV
ypnoomolel apOunTikéc Tipég v KApoako tov ykpt. Yroroyilovtat:

) N 0vdd¢ evaictnoiog (og dB) tov auePAnotpoeldong o kbbe onueio

TOV ONTIKOV eSOV TOV EAEYYONKE

i) N amOKAGT TOV ATOTEAEGLLOTOG TOL 0l6OEVOVG atd TO AVTIGTOLYO VYLDV

atopmv idrog nAkiog yio kabe onpueio (total deviation)

iii) N OAIKY GTOKALIGT) TPOGAPUOCUEVT YioL KAOE YEVIKELUEVT HEI®OT TNG

evauoOnociog (pattern deviation) oe 6An v éktoon Tov mediov.

Emniong, vmohoyilovton 1 mean deviation, MD, mov ekppdlel v omodkion
TOL GLVOAOVL TOV OTTIKOV TESIOV OO TO PLGLOAOYIKO TTEdio avapopds, kot 1 pattern
standard deviation, PSD, mov gk@pdlel v amdKAIon TOV GYALOTOS TOV OLTIKOV

nedlov amd 10 Quooroykd. T v aflohdynon TV ATOTEAECUAT®V
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YPNOLOTOOVVTOL OEIKTES ASLOMIGTIOG 7OV CPOPOVV TO TOGOCTO TMV YELOMG
DETIKOV KoL YELODG APVNTIKAOV OTOVINGE®V KOOMS Kol T0L SOAALOTA TPOCHAMONG.

TG MEPMMTOCES  OMOV  WPAYHOTOTMOWONKE  KwNTIKY — TEPUETPia,
ypnowonombnke to mepiperpo Goldmann. To tekevtaio amoteAeiton omd pio
nuoeapikny 06Ao0 mov eotiletol opoldpopPa, ETAVEO GTNV OToio KIVEITOL POTEWVOG
otoyoc petaPAntod peyébovg Ko Evioonc, amd TNV MEPLPEPEIN. TPOG TO ONUEID
Tpoonlmwong Tov e&gtalopévov, og dLPopovg peonuPpvovg g BoAov. O eEetaotnc
ONUEIOVEL ©E  €IKA dwpopeouévo  €vtumo T Béom  Omov o acBevng
mpotoavtihapupdvetar v kivnon tov otdyov. Me tn ypnon otdyev dapdpov
neyéBovg kol eoTEWVOTNTOS, oYNUatiletar £va GOVOAO OO OPOPETIKE 1GOTTEPOL
(onueia wov €yovv TV 10100 evacOncia) Tov onTIKOL TEdIOL TOL 0IGOEVOVG.

To mepiperpo Goldmann amotedei éva mOAD KOAO HECO Yo THV AViyVELON
TUYOV TEPLPEPIKNG OTAOAEWG TedlOL Kol TNV mopakoAovdnon g e&éMEng g.
Xpnowonombnke gupéwg 010 TapeABOV Yo Tov EAEyY0 AcHEVAOV HE YEVIKELUEVEG
dvotpoeieg Tov TumoLv TG RP, 6mov KLPLaPYOVV 01 AALOUDCELS GTA TEPLPEPIKA OTTTIKA
nedio. [Tapd v evpela d1Ad00ON TG OVTOUATOTOMUEVIG GTOTIKNG TEPUETPIOG OTIG
uépeg pag, n e&étaon pe to mepipetpo Goldmann Bempeitar amd apkeTong EPELVNTES
o¢ gold standard ywa 7tovg maoyovieg amd RP. v mopodoa  perétn,
ypnoworombnke oe aceveic pe RP, dwitepa oe acheveic pe younAn 6pacn 6mov
VIPYE M AVAYKN YPNYOPOL Kol a&lOTIGTOL EAEYYOL TOV TTEPLPEPIKoD mediov. Emiong,
ypNoonomdnke oe mEPMTOCES 0cOevodv pe PuBocKomKES OALOIDGELS TOV
KEVIPIKOU OUOPANGTPOEOOVG, Ol OTOI01 MGTOGO AVEPEPOV OTMAELN TOV TEPLPEPIKOV

ToVG Ediov.

3.4 ATTEIOT'PA®IA ME ®AOYOPEXEINH (fluorescein angiography, FA)

H oayyeloypapio pe ¢@Aiovopeccivn amotelel efétaom kobiepopévn oty
0pOaALOLOYIKY] KMVIKT TPALN, Kabmg ametkovilel dproTta TV apuEPANcTPoEIoKi
KUKAOQOpio Kol ppueco mapéyel mAnpo@opiss yio drlio otoyyeio Tov omcBiov
NUROPIOV OTOS TO PEAAYYPOVY EMONAL0 KOL O (OPLOELONG.

Ympiletar oy wWOTTO TOV pOopiov TG PAovopeceivng va eBopilel dtav
Oteyeipetal amd ¢ CLYKEKPIUEVOL Unkovg Kopatos. H ypmotikn, mov @Bdvel ota
ApPPANCTPOEdIKE ayyela HEC® TNG GLGTNUOTIKNG PAERIKNG KuKAOPOpiag, dExETAL TO

Kvave eo¢ (490 NM) mov eKTEUTETOL OO TN GLGKELT TNG PAOVOPOAYYELOYPOPIOG



54

TPOG TOV 0POOAUO Kol EKTEUTEL [E TN OEPA TG TPAcvo ewg (530 nm) 1o omoio
EMOTPEPEL GTN GLOKEVT], OOV OMOLOVMVETOL LE EOTKO QIATPO.

To TolyOUa TV ayyeiov TOV ApPPANCTPOEBOVS (éow
QLULOTOOUPIPANGTPOEIIIKOC PPUYUOS) KOL TOV HEYOA®Y ayYEI®V TOL YOPLOEB0VS dev
elvar dramepatd amd T eAovopecseivn. Aviifeta, N ypOOTIKN €EAYYEIOVETOL OO TO
OlKTLO TV YOPLOTPLYOEO®Y Kol OlayéeTal oto YOpw yopoewr. H otfdada tov
uerdyypov emfniiov epmodiler 10TE TN 61000 NG PAOVOPECEIVNG TPOG TOV
apeipAnotpocdn (¢€m apatoopuePAnotpoetdkos epayuds). H ocopmepripopd avtm
™G QAOVOPEGEIVIG TNV KaO1GTA GPIoTO PEGO AMEIKOVIONG NG OUPPANCTPOEOKNG
KuKAopopiog.

Yvvibog mpaypotoroteitar tayeio £yyvon Sml dwwidvpartog 10% sodium
fluorescein ot cvotnuatikn EAePikn Kvklogopia. Awaxpivovpe émerta Tig €€Ng
JLBOYKEG PAGELS TNG QLY YELOYPAPLOG:

o) mpoaptnplakny ¢@daon. Ilepimov 10 sec petd v £€yyvom, M YPOCTIKY
EICEPYETOL OTN YOPLOEWIIKT] KLKAOPOPia, OEPYETOL TO TOLYWUO TWV YOPLOTPLYOELODV
Kol O10L(EETAL GTO YOPLOELDN (YOPLOEOKOS POOPIGLOG).

B) apmplokn @don. ‘Eva devtepdiento mepimov petd v €160dd g ot
YOPLOELOIKT KUKAOQOPiD, 1 PAOVOPEGEIVN EIGEPYETAL GTO GUGTNO TOV OPTNPLOV TOV
apePANGTPOEDOVC.

Y) apmpogAefikn (tpryoedikn @don). ‘Exer ohoxinpwbel n minpwon tov
APTNPIOV KOl TOV TPLYOEWOMV.

d) plePwkn @daon (Srokpiveton oe mpmdUN, péoN Kot Oyun), Kotd v omoio
OAOKANPAOVETOL GTOOLOKA 1] TAP®CT] Kot TOV GAERIKOD apPIPBANGTPOEOKOD SIKTVOV,
25 mepimov Sec petd v £yyvorn g ovoiag. ‘Emeita mpaypatomoleiton cuveyng
EMAVOKVKAOQOPia Kot apainon g ypootikng (10-15min).

Ye vocovg tov omicBiov mupopiov pmopel vo mopatnpndel avénon 1,
EMITTOCN TOL QLGIOAOYIKOV @OOPIGHOV OTNV ayyeloypagio. XTI KANPOVOLUKES
dVOTPOPIeS TOV AUPIPANGTPOEIOOVS, 1| PAOVOPOAYYEIOYPAPIKY EIKOVA TOWKIAAEL KO
e€aptaton amd 10 €idoc Mg dvotporiag (edv mPooPailel TV wyxpd 1N ddyvTa TOV
apuepAnoTpocidn), TNV KATAOTOON  TOL  UEAGYYpov  emBnAiov kol TOV
YOPLOTPLYOEWDV, TNV VIopEN aTpoPiog 1 EMITAOKOV OT®G TO KLOTIKO Oidnuo TNg
OYPAG KOl 1 YOPLOEWIKY veoayyeimon k.G Xtn voéco tov Stargardt mapatnpeiton
OLYVA TO (POLVOUEVO TNG «YOPLOEWIKNG GLYNG», TO omoio pmopel va cupPdiel ot

dudyvoon. Emumiéov, otic duatpoeieg Tumov pattern, n yopokIploTiKn ELPAVIOT] TV
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OAAOLDCEMV JOKPIVETAL KAAVTEPA LE TN PAOLOPOAYYEIOYPOPia amd O,TL LE TNV OTAN
BvBookomnon, Kabdg avtég mpoPdAlovv évtova emdve oto  @Boploud TOL

YOPLOELOOVG.

3.5 OINTIKH TOMOI'PA®IA YYNOXHYX (optical coherence tomography,
OCT)
H ontikr) topoypagio cuvoyng (OCT) amotedel aVTIKELEVIKT, YPYOPT) KOL 1N

enepPatikn péBodo SaoTPOUATIKNG omekdVIoNS TV oeBoipik®v 16tdv. H apym
Aertovpyiog tov OCT eivor mopdpolo pe ekeivn g B-vmepnyoypaogiog, pe
olpopd OTL GTO TPMOTO YPNOUOTOIEITOL TO TOYVLTEPO P®G OVTL TOL MOV, UE
amotéleopa v oA vynAn oviivon. H e€éraon pe OCT otmqpileror otov
VTOLOYIONO TNG £€VTUoNS KOl TOVL YPOvVov KoOveTépnong Tov QMTOS 7OV
avokidator 1M owyéetol amd Oopuég TOv 0QOUANOD pE OIPOPETIKES OMTIKES
010N TES. 68-70

Ewwotepa, m  Aettovpyia tov OCT  ompiletor ot0  ovuPorduetpo
(interferometer) Tov Michelson kot onv apyn g cvuporopetpiog (interferometry)
YOUNANG GUVOYNG. ZOHE®VA e LTy, pio LTEPLOPN dECUN UEPIKMDG COLPOVOL PMTOG,
uKove Kopatog mepimov 820-830NmM, katevBvveTal TPOG £Vl GUGTNUA KOTOTTPMOV
dtdomaong axtivag (beam splitter) 6mov dwuomdtor oe 600 déopeg: N TpdT (déoun
avaeopdc) katevBivetor mpog €vo kdtomtpo TOo omoio Ppioketar e YOO
amocTOcT, ond OmOvV KOl avoKAGTOL, €ve 1M OgvTEPN Oéoun KotevBuvetol GTOV
0pOaALO, OOV GLVAVTE 16TOVG LE SOPOPETIKEG OMTIKES O1OTNTES, OO TOVG OTOI0VG
avakAdTot kot Stoyéetor. Ot 300 OEGUES EMOTPEPOVY GTO APYIKO GVGTNUO OLACTOCTC
aKTivag Kol KatoAnyovv g €vav €01KO aviyveut. O televtaiog KoToypdeel TV
aAMAETIOPOON TOV VO KLUAT®OV KOl TOPAYEL MAEKTPIKO ONUO OVOAOYO HE TNV
évtaon TtovG. MetafdAlovtag TV amdGTACT) TOL KOTOMTPOL OVOPOPAS Kot
GLYKPIVOVTOG TNV OKTIVOL avapopds LLE TIG OKTIVEG TOV QTAVOLV KABE popd amd Tov
0PBoApnd, Aappdvovpe onUOvTKEG TANPOPOPIEG Yoo TNV €VIOGTN TOV GNUATOG Oomd
onueia mwov Ppiokovral o daPopeTkd Paboc pésa otov aueipinotpoedn. Etot,
yivetatl yvoot n amdoTtaon LETAED TV SIQOp®V 16TMOV KOOMS Kol TO TAY0G TOVG,.

H diod1dotom aneikovion tov aueipinotposidovg oto OCT amotedleital and
moAlomAég (128-768) a&ovikéc AYEIS MOV TPOYUOTOTOOVVTIOL KOTH HAKOG NG

chpmwong, oe faBog 1otod 2mm. Xe kdbe aovikr Ay avtiototyovv 1024 onuetokés
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puetpnoels. H a&ovikn) dtakpitikny ikovotnta e OMTIKNG TOHOYPaPiag cuvoyng sivat
<10um. H eidvo mov TpokOATEL Evol YEVOOYPOUOTIKT, OTOV TO O1APOPOL YPDLLATOL
AVTIGTOLYOVV GE TEPLOYEG TOL OUPPANGTPOEBOVG LE FUPOPETIKEG OMTIKEG 1OIOTITES
(ewdva  3.3). Aopéc TO0L  OUEIPANCTPOEWOOVG HE  LYNAN  OVOKAOGTIKOTNTO
enpoavifovron epvBpéc M Aevkég, ekelveg pe evolqueon epgoavifovior kitpveg M
TPACIVEG KOl EKEIVEG IE YOUNAN UTAE, EVED TO HOOPO YPDOUO CNUOIVEL TNV ATovciol

OVOKAMDUEVOL GNULOTOG.

Ewova 3.3. Ontiky| Topoypaeio Guvoyng: Topn QUGIOAOYIKNG W)PAGC.

To mopomdve a@opodV TNV OATIKI] TONOYPUPie GLVOYNS TOV YPIGLUOTTOLEL
70 edio Tov ypovov (time-domain OCT), kvplo pelovéktnuo g omoiog &ivol o
OYETIKA LEYAAOG XPOVOG OV OMOLTEITOL Y10 TY] UNYOVIKY] LETATOTIOT TOV KATOTTPOL
avaeopds kot TN odpwon Tov 7wpog e&étaocmn 1otov. To mpOPAnpa  awtod
AVTILETOTIOTNKE G€ peydAo Pabud pe tig vedtepng yevidg ovokevég OCT, mov
oTNPilovTol 6TV GVIYVELGT TOV JLUPOPETIKMOV GLYVOTHT®V OV oLvOETOVY TO
onpo. Ewdwortepa, oto @aspatikd (spectral domain, SD) OCT, avti yw eviaio
QOTOAVLYVELTY, Y¥pPNoLoTotEital Eva mpiopa 10 omoio dlaypilel T0 EOG Ge OEGES
avlloyo pHe TO UNKOG KOMOTOG Kol £mElTo avtd aviyveLetal omd €va YPOUUIKO
aviyveutn. H copPoin petpiéton tdpa oyt 6to ¥pdvo aAAd 6To TEGI0 GUYVOTNTOV Kol
N mnpoeopia yw t0 PAOOC TOV 10TOV TPOKVTTEL UETOL TNV EQOPUOYN TOV
petaoynuatiopod kot Fourier.”

Me Vv mopamdve pébodo, PeAtidvetol onpovtikd o AGYoC CNUOTOS TPOG

0opvpo. Emmiéov, n tayvta cdpwong avédveral, oe Babud dote vo Aapfdavovion
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tovAdytotov 20000 afovikéc Topé TO devTepOAETTO, GE GLYKPLoT UE TiG Ttepimov 400
nmov avtiotoyovv oto time domain OCT. Etol, 6g odviopo ypovo capdverar
peyorvTEPN £KTOGN 10TOV KOl TOPAAANAG EMTUYYAVETOL GEOVIKY] OLUKPLTIKN

wKavoTNTO TG TAENS TOV Spm.

Ewova 3.4. AaoTpOUATIKY OTEIKOVIOT] QUGLOAOYIKNG YPES, OTMG QOivVETOL [E TO
SD-OCT.

Ot ovokevég OCT (TD 1 SD) d100£t00v S10pOpETIKG TPMOTOKOALY GAPMONG
KaOMOG KOl AOYIGUIKO PE TO OTTOL0 ETLTVYYAVOVTOL HETPGELS TOV TAYOVS KUl TOV
OYKOV TOV OPQPIBANGTPOEIOOVS, CLYKPICELS IE TPONYOVUEVEG HETPNOELS K.G. XApM
oV VYN dtakprtikn wavotta Tov SD-OCT, puropovpe va peretncovpe in vVivo
oouég Tov  apEIPANCTPoEdoVS egarpetikd pkpod peyéBovc. Aaupdvovpe €1l
TANPOPOpieg MOV GLUPAAAOLY OVLGLNOTIKA o©Tn Odyvoon TV TadNncewv Tov
KEVIPIKOV aUPIPANGTPOEOOVS KOl TOV O0TOPOYDV TNG VOAOOUPIPANCTPOEIOIKNG
eMPAvelng, oty mopakoAovOnon g €£EMENG TOvg Kot NG avTOmOKPIoNG OE
Bepanevtikég Tapepphoets.

[dwaitepa OGOV 0POPA GTIC KANPOVOUIKEG dSVOTPOPies TG wypdc, N e&étaon pe
OCT ovvtelel oV Katavonon TOL HOPPOAOYIKOD VTOCTPOUOTOC TNG vooov.>
Eivar duvat n avakdAvym SoUIKOV-AEITOVPYIK®Y GUGYETIGEWV, TOV CLUPBAALEL GTNV

naparorovdnon Kt 6Ty mpdyveon g sEEMENG g vocov. s 4 T

EmumAéov, pe 10
OCT, mpocoopileton woAvTEpO 1M @OOM KoL M OKPPNg €viomion HECH GTOV

apEIPANCTPOEDY] TOV GAAOIOCE®V TOV Eival 0patég Kotd TN Bneocménncn.m PN
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opiopéveg mepimtwoels, o OCT kot dwoitepa 10 PAGHATIKO, UTopEl Vo Topovctdlet
YOPOAKTNPIOTIKEG OAAOIDGELS TOV TPONYOUVIOL TNG EUPAVIONS CULUTTOUATOV 1
Bubookomkdv onueiov.”” Te mhoyoviec amd Svotpoie TG wypUC OV
mapovctalovy yoploeldiky veoayyeiwon, to OCT cvupdiier omv avayvopion g
BAGPNG Ko TNV TOpaKoA0VON G TG OVTATOKPIoNG OTN Gspanaia.78

Ocov agopd o1ig  dvotpogieg mov  mpooPdAiovv  ddyvto  TOV
apeipAnotpocdn, 1o OCT coufdiier oty aviyvevon TOKIA®Y JOTOPAYDV GTNV

79, 80 .
Ewwotepa, 10

TEPLOYN TNS ®YPAS, Ol omoieg emnpedlovy TNV KEVTPIKN OpaoT).
OCT oaivetar va elvar mo evaichnto pEGO Yoo TNV aAvVAYVOPION KUOTIKOV
aAlowdoewv oty wypd acBevov pe RP og ovykpion pe ) Pubockodmnon 81 nm
(pkouopoaweloypa(pia.sz Eniong, amotedel moAd koAd péGo mapokoAovONnoMg TV

, Lo ’ r 1
acBevov e KuoTikd oidnua wov Ppickovian o Ospomswc.g

3.6 HAEKTPO®YXIOAOI'IKOX EAEI'XOX

3.6.1 Hiektpoonoipinctpocidoypaonua, HAT (electroretinogram, ERG)

To niextpoapgipAnotpocidoypdonuo (HAI') oamotehel xoataypoaen g
NAEKTPIKNG OpOCSTNPOTNTOS TOV OUPIPANGTPOEWOOVS 1 OToiot TPOKVTTEL UETA OO
Otéyepon pe ovvropo eotevd epébicpa. To dvvapikd mediov, Tov Tpoépyoviatl amod
™V aAANAETIOpOOT TV HETAPOADY GTO SVVALIKO TOV EEMKVTTAPIOL YDPOV YOHP® OO
TOVG SLEYEPUEVOVG VEVPAOVEG LE T KOTTOPO YAoTog, dtadidoviol LEGH TOL VAADOOVG
Kot Tov TpocHiov Bardpov Kot @Tédvovy otov kepatoedn). Exel aviyvedhovton pe e1dkd
NAEKTPOSLO KOl TPOKVTTEL £TGL 1) Kportopopen tov HAT'.

Y7o full field § Ganzfeld HAT emttuyydvetol Tontdxpovn Kot OpotOpopen
OEyepon OAOKANPNG NG EMPAVELNS TOV OUEIPANGTPOEDOVS, pe T Pondeta piog
e101kng opaipog (Ganzfeld dome) 6mov mapdyetol To0 pwtevo gpébicpa. Xto €€Nc, pe
Tov 0po «HATI» 0a evvociton o full field HAT'.

To HAI' ovtavakhd Vv MAEKTpIK  dpacTnpuOTNTO  OUAO®V
AUPIPANCTPOEWIKAOV  KUTTAP®OV Ol amoANEES TV  Omolmv  £YOUV  OKTIVOTO
npocavatoAond  (potoimodoyeic, Oimoda  kOTTapa, kOttopo  Miller). H
dpACTNPIOTNTA TOV KLTTAP®V UE AMOANEELS TOV £YOVV TEPICCOTEPO KOT' EQATTOUEVT
TPOCAVATOMOUO OV lvar yevikd epgavig oty kopatopopen tov HAT. 'Etoy, éva

evooroywkd HAT dev amoxdeiet v vmoapén atpo@iog ToV OTTIKOV VELPOV.
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>mv xopotopopen tov HATD dwokpivovpe ta €€Mg Poactkd yopakTnploTikd:
0) TO KOO @, TOV OMOTEAEL TNV TPMOTN OPVNTIKN OTOKAMOT KOl TPOEPYETOL KUPIMGC
Ao T OPUCSTNPLOTNTO TOV POTOVTOI0YEMV,

B) To kdpa b, mTov amotedel v enduevn OeTik) OMOKAION KOl TPOEPYETAL ATTO TN
dpaotnpromra T@v ON-3imoAwv Kot GAA®V KUTTAP®V TS £6M KOKKMOOVS oTIRAdNG,
y) Ta dvvapkd taldvroong (oscillatory potentials, OPs), pikpd kvpatogidn
SUVOUIKA TTOL QOIVOVTOL ETAVED GTO AVIOV GKEAOC TOV b KOUOTOC Kot TPOKVITOVV OO
™ SpaoTNPLOTNTO TOV OUAKPOLIVEOV KUTTAP®V.

Yo €1d1kég cuvOnKeg Kataypaens, yivoviot epeovn emmAéov otoryeia dmwg
10 Kopo € (Betikn amdkAion mov aviovakid T dpaoTNPOTNTO TOL HEAdYYPOL
emOniov), to koua d (opesiletonr kvping ota OFF-8intola kOTTapa) Kot To SCotopic
threshold response, STR (mpokdmtel and 0 SpacTNPIOTNTA TOV KLTTAP®V TOV £6M
oTIRAd®V TOV AUPPANGTPOEDOVC).

Emv khMvikn mpdén, a&oAoyoHLE TO XOPOKTNPLOTIKG TOV & Kat Tov b kdpotog.
Ewdwotepa, vroroyiCovpe 10 ypovo amd tnv mtpofoin tov gpediocpatog péyxpr Tnv
Kopv1] Tov a 1 b kdpartog (implicit time, LT.) kabd¢ kot to gvpog (amplitude)
oV KOpoTog (ewdva 3.5). To e0pog TOL KOUATOG & HETPLETOL OTO TNV IGONAEKTPIKY
YpoUU ®¢ To onueio 6mov To KO AapPavel v erdyiotn Tyn Tov. To g0pog Tov
KOpaTog b petpiétar amd to KaT®TEPO GNUEID TOL EXAPLATOC & G TNV KOpLEN Tov D.
Ymdvio ypnotponoteitat kot o madaidtepog 6pog «latency» yia to a i b kdua, o omoiog
epLypapel 10 ypdvo amd v mpoPoAn Tov epebicpatog wg v Evapén Tov
avtictoryov endppatog. EmmAéov, agloroyodvtat ta yeviKa xapokTnplotikd tov OPS,
TO. OTOl0L TWOPEYOLY TANPOPOPIES Yoo TN AETOVPYID TOV E0MOTEP®V OTIRASMV TOV

apePANGTPOEOOVC.

Ewoévo 3.5. Kvpotopopery HAI, 6mov amewkovilovror ta kopota a kot b kot ot
xpovor péytomg ovamtuéng avtov (i.t.: implicit time) kabmdg kot to dvvopkd,
taravtoong (oscillatory potentials, OPSs) endve 1o avidv okélog Tov b kduatoc.
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Experaliievdpevol TG OLUQPOPETIKES OOTNTES TOV KUTTAPOV TOV
ORQPANCTPOELOOVS KOL TPOTOTOIOVTAS UVALOYO TIS TOPUANETPOVS KATAYPOUPNS
Tov HAT, pmopovpe va Adfovpe amavtioelg TOV GVTAVEKAOUY TN Agttovpyia
GUYKEKPIUEVOV KVTTOPIKOV ORAd®V. Etol, To S10pOpETIKE YOUpOUKTNPIOTIKA TMV
pafdiov Kol TV KOViov amoteAodv ) Pdon yio v avamtuén TEYVIKOV oL
deyelpovv puoévo ta paPdio (okotomikéc ocvvOnkec), Ta poPdion kol TO KoVio
(necomikég) 1 LOVO o KOvVia (GOTOTIKES).

H International Society of Clinical Electrophysiology of Vision (1.S.C.E.V)
éyel dnpootedoel TpoéTume, (Standards) mov agopodv tov TPoémO deEaywyng TV
NAEKTPOPLGLOAOYIKDOV EEETACEMV, DOTE TO AMOTEAEGLOTO OLUPOPETIKAOV EPYACTNPIOV
va elvor petad tovg ovykpiowa. Ta zmpdtuomo avtd emavaSloAoyovvTol Kot
TpomomolovvVTaL oviloya o€ dlactiuato Alyov etov. Zoueova pe v LS.C.EV
(2008 standard),®® éva full field HAD npémer va mepihopPver tovAdyiotov 5
OTOVTIGELG:

)] Dark-adapted 0.01 ERG (nponv «rod responsey). Tng xataypapng

wponyeitow  mPoocappoyn Tov  aohevodg OTO  OKOTAOL  OIPKELNG
tovAdyiotov 20 Aentov. To mpoPfaiiduevo epébicpa éxet évraon 0.01
cd.s.m?

i) Dark-adapted 3.0 ERG (npodnv «maximal/standard response»). H
évtaon tov gpebiopatog eivon ion pe 3.0 cd.s.m?, otafepn Kot Yo TIg
EMOEVEC TPELS OTTOVTNGELS.

iii) Dark-adapted 3.0 OPs. Kataypogn TV TOAVIOGIKOV SUVOUKOV.
Mmropei va tpaypotomombel Kot 6€ pOTOTIKES GLVONKEC.

iv) Light-adapted 3.0 ERG (nponv «single flash cone response»).
[ponyeiton  mpocappoyn o100 @wg (otabepds,  OUOIOLOPPOG,
nepPiriov potiopds 30 cd.s.m™?) Siipkeag TovAdyiotov 10 Aemtdv.

V) Light-adapted 3.0 flicker ERG (nponv «30Hz flicker»).To omtevo
epébiopa  mpoPaireton pe pvOud 30 mepimov epebicpato  TO
devteporento (30HZ).

H 1.S.C.E.V ocvvictd emiong t devépyewa tov dark-adapted 10.0 i dark-
adapted 30.0 ERG, «katd 1o omoio mpoPdiletor gwtevd epébiopa peyaAdtepnc
&vtaong e 0QOAALO TOV £YEL VTTOGTEL TPOGAPUOYT GTO GKOTAOL.

Ievikd, amorern TG Aertovpyiog pog TEPLOYNS TOV GRPILBANCTPOELOOVS

£YeL OC OMOTELEGNA T1] HEIMON TOV EVPOVS TOV EMUPRATOV EVA OEV EMNPEALEL
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wwitepo ™V kopatopope] tov HAI. Iadnoels TovV @OTOVTO00E®V 001100V
6g KaOveTépnon Tov ypovov péyetg avamToéng Tov a /kor b kdportog KeO®OC
Kol 6 peiomon tov gopovg Tovg. Otav mdoyovv kupiwg ta pafdia, emnpedlovio
TEPIOCOTEPO 01 GKOTOMIKES amovToels oto HAT, evd og datapoyés ToOV GLGTHATOS
TOV KOViov emnpedlovial o1 QOTOTIKES ATavTNGES. NOGOL TOV aPOoPOLY KVPIMG TIG
£0m oTIfAdeg ToV auEPANGTPOEdOVG EMNPeAlovy onuavTiKd To b kdua kot ta OPS.

Ta nAexTpOdlo. TOL  YPNOYWOTOOVVIOL Yoo TNV Kotoypagn tov HAT
tomofeTovvVIal MGTE Vo fPIoKOVTIOL OE EMAPT LE TOV KEPOTOELDN 1] TOV MOPUKEIUEVO
BoAPikd emmepuiOTO. XPNGILOTOOVVTOL NAEKTPOIIO TOTTOL PAKOD EMAPTC, OYDYULES
uetoAlkég tveg, conjunctival loops, corneal wicks x.a. Toa yapakmnplotikd TmV
KOULOTOHOPPAOV OV TPOKVTTOLV UE TN YPNOT TOV TOPOUTAVED TUTMOV NAEKTPOOI®V
owpépovv  onuavtikd.  Emouévaog, eivoar  omapaitro  kdBe  epyaoctnplo
niektpopuctoroyiog va opilel o dkd tov €HPOg PLGIOAOYIKAOV TV Y. T0 HAT,
mov Bo avtamokpiveTal 6To €100G TOV NAEKTPOSIWOV, GTI AOUTEG TEYVIKES TAPAUETPOVS
Kol 670 aKPPBEG KAVIKO TPOTOKOAAO TTOL YPTCLUOTOLEL.

‘Oocov a@opd oTIC KANPOVOUIKEG dVGTPOQiES TOV ApPLANGTPOELdOVS, TO
HAT omotelel 6)€00V TAVTOTE GVUTOGTOGTO KOUPATL TOV EAEYYOV TOV AGOEVAOV.
To HAT emBePordvet ) ddyvwon o€ mepmT®GELS OOV 1 KAVIKY KOV LotaleL va
glvon Tk pag dvotpopiog. 201060, 0 POAOG TNG CLYKEKPUEVNC eE€Taong elval
KaBoploTIKOG o1 OlyVOOTIKY] TPocéyyion oacBevav pe dtome PvBoockomika
gopfnata 1 @uooroyikd Pv06. Tétoleg mepumtdoelg anotehodbv n RP oto sine
pigmento ctddio, | cvyyevig apovpoon tov Leber, to enhanced S-cone syndrome
K.G.

To HAI' ovpPairer 0VOLWOOGTIKG O©TN] OLWPOPIKY] OAYVOON] TOV
ovoetpordv. 'Etol, pmopodpe va daxpivovpe pio dvotpoio pafdiov-koviov amd
pio koviov-papdiov. Zmv TpdTn TepinT®mon, TVTIKO ToPAdELy Lo TG 0OToiag amoTeEAE]
n RP, ot aravtioglg mov agopovv kupimg ta pafdio exnpealovior o€ peyardtepo
Babuod amd exeiveg mov mpoépyovror kKupiwg omd Ta Kovia. Edikdtepa, mapatnpeiton
onUavTiKn peioon i eoeavion Tov b KOHOTOC 6TV ATAVTNON TOV CTOUOVAOVEL TN
Aertovpyia Twv pafdiov (rod response). Emmiéov, otn pecomkn ardvrnon (maximal
response) mapotnpeitor onupovtiky peiwon 1 eEa@Avion TOv a KOHOTOC EVOD
napdAAnlo propet vo. givarl petwpévo kot to b kopa. Ot gpdvor péytotg avamtuéng
Tov a kot b xvpdtov mopovsialovv onuoviiky kabvotépnorn. Ot QOTOMIKEG

amovioel ovvnbwg epeavifouv Mmodtepeg datopayéc. Qotdoo, GE  OPKETEG
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TEPUTTAOGELS dVOTPOPiag pafdiwv-koviov emnpedlovtal otov 1010 mepimov Pabud ot
amoVTNoELS poPdimv Kot koviov.2 Juyva N MAEKTPIKN OmAvINoT €ival T060 UIKPOL
ueyébovg (<10uV), mote dev dlakpivetor omd to 06pvPo Kot potdlel TPUKTIKA
ofmouévn.

Avrtictolyeg alhowwoelg eivan eppaveic oto HAIT acBevav pe cuvdpopkn RP,
av KOl Of OpPIoUEVEC TEPMTOOELS 7Y ovvdpouov Bardet-Biedl pmopei o
NAEKTPOPLGIOAOYIKOG EAEYYXOC VO OVAOEIKVVEL TNV TAPOLGIO dVGTPOPIaG KMVIV-
pafdiov kat oxt papdiov-kaviov.®®> Tto cvvdpopo Usher, ot amoviioelc oto HAT
etvan onuavtikd petowpéves, cupPatég pe duvotpoia paBSimv-Kcovicov.%’ 8

¥t ovyyevi apavpwon tov Leber, to HAT egivar cvvifmg katapynuévo M
coPapé emnpeacpévo.’’ Tto ESCS, 1o HAT cupPaiiel kabopiotikd ot didyvoon: ot
OKOTOTIKEG KO (QOTOMIKEG omavinoels oe gpéfiopa iong éviaomg epeavifovv
YOPAKTNPLOTIKA TOPOLLOLOL pop(pokoyia.ss

Emm\éov, ota OnAvkd dropa-eopeic g X-linked RP, to HAT givat cuvifmg
maforoyikd axoun kot O6tav o Puhog dev mapovoidlel 1dwaiTEPES OALOIDGELS,
ovpPdrroviag  étor oty emPefoimon ToL  ELAOGVOVOETOL  TPOTOL
KknpovoulKérntag.Bg

2TIC  mMEPIOCOTEPES TMEPMTMOCES TANPOVG OAAG  wor  atedovg CSNB,
napatnpeitar 1o «nrekTpoopvntiké HAD», dnlodn ekhektiki) peioon tov b
KUMOTOS EVA TO & O10TNPEITOL PUOLOAOYIKG/ YOOV PUGLOAOYIKO, N omoia €ivan
gneavils ot Mmaximal response kor ocvvdEeton pe  Prapn  petd T
(pm‘rousra‘rponf].go Qot6c0, oty wAnpn poper; CSNB, 10 okotomwkd HAI mov
OTTOLLOVAOVEL TNV amavtnomn TV poPdiov eltvar oxeddv KaTapynuévo, EVM GTNV OTEAN
enoavilel nmotepeg aMmd)cselg.gl EmnAéov, o1 potomikég omavinoelg eivor mo
ennpeacpéves oty atedt] omd 6,1t otnv mApn CSNB.” Ztov knldootikto Puod, ot
oKoTomkég anavtnoels 6to HADT pmopel va mpoceyyicouv T1g pUGIOAOYIKES, EQPOCOV
nwponynBet mapapovn tov achevod 610 oKoTAd dtdpKelag 2-3 wpdVv.

211G YEVIKEVUEVEG OVOTPOPIES TOV KOVI®MV, 01 pOTOMKES omavincels oto HAD
TOPOLGLALOVTOL CTUOVTIKA ETNPEAGUEVES, GE aVTIOEST LE TIG OKOTOTIKES Ol OTOLES
dltnpovvial  ELGLOAOYIKEG. QoTdG0, o8 TPOYWPNUEVN VOGO, Umopel va  glvan
EUPOVEIC OALOIDGELS KOl GTIC OTOVINGELS TOV APOPOVV TO GUOTNUA TOV PaPdiwv.
Emiong, éxel meprypagei pio popen dvotpoeiog kmviov 6mov to b koua oto rod ERG
enpaviletor pelwpévo oe YounAng évtaong ootewvd gpébopa, evad AapPdvet

YOPOKTNPIOTIKE VYNAEG TIHEG o €viovo ews. Kot 6Tig dVo mepmtdoelc o xpovog
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HEYIOTNG avAmTTLENG TOL KVUATOC epeavilel onuavtiky kabvotépnon. H vdcoc sivan
yvoot o¢ “cone dystrophy with supernormal ERG” ko opeileton oe petola&elg
610 yovidio KCNV2.%2 %

2rg  dvotpoieg  Koviov-pafdimv, o0 MAEKTPOPLOIOAOYIKOS  EAEYYOC
avadEIKVOEL TNV TaBoAoYio Kol TV dV0 GLOTNUATOV, UE TIC SLUTAPUYES MOTOGO TWV
POTOTIKAOV ATAVINGEDV VO EIval TEPICGOTEPO EUPOVEIG OE GYECT UE EKEIVEC TV
okotomikdv.* Ot STapayEG aVTEG APOPOLV TPMOTICTOS TO €VPOC TOL & KLLOTOG,
Y€YOVOS cupPotd pe vOGO TV @OTOLTOd0YEWMY, KOOMG Kol TOVG YPOVOLSG LEYIOTNG
avamtuéng tov a kot b kopdtov.

Elvar yvootd o1t 10 péyebog g miextpikng ambvinong oto HATD
avTikotonTpilel adpd TV €KTACT TOV AETOVPYIKA OKEPOIOV OUPPANCTPOELSOVG.
Enopévmg, n cvppetoyn piog oxetikd pikpng meployng tov apeiBAnctpoetdons, ommg
N oxpd KNAda, omv xvpatopopen tov HAID Ba elvar oavtictoyo pikpn. H
QLGOAOYIKT Agttovpyio TG ®YPAS, Otav vt mepPdrietar omd pn A&tovpyko
apeipAnotpocdn], umopel va unv aviyvevetar oto HATL. Tomkd mapdaderypa
aroteAoOv acBeveic pe RP, oto HAI' tov omoiwv oyeddv dev katoypdpeTot
NAEKTPIKN OpacTNPLOTNTA, OUMOS OL 13101 SLOTNPOVV IKAVOTOMTIKY OYPIKN Agrtovpyio
Kot OTTIKY 0EVTNTO. AvTioTpopa, PAABES TOL APOPOVV ATOKAEIGTIKA TNV TEPLOYN TNG
oypdc ovvnbmg dev eivan gppaveig oto HAT, mov egppavifeton guololoykd. Ztnv
Katnyopio ot aviKovy ot duatpopieg tng wypdg (Stargardt’s, Best’s «.d.). I'a v
akpiéctepn  ektiunon TG Asuovpyiog TOL  KEVIPIKOL  OUOPANGTPOELDOVG
xpnoomotovvol £101kEG popeéc HAT ko kxupiog to pattern xou to multifocal HAT'.
Ye aoBevn pe ewodva sector RP, to HATD umopel va emPefaiddost v mapovcio
€0TIOKNG Olatopayng N va  oavadeiéet v Omapén  ddyvtmg vOcov 1oL

AUPPANOTPOEIBOVS, TOV EYEL SUVGUEVESTEPT TPOYVAOOT).

3.6.2 Pattern miekrpoapoiinorposidoypdonpe (pattern electroretinogram,
PERG)

To pattern ERG amotelel v nAekTpikn andvtnomn mov mTpoKOTTEL PETH OO

epeBIoO TOL KEVTIPIKOV apPIPANCTPOEOOVG HE €vo. EVOAAAGCOUEVO OGTPOLOLPO
oxéd10 (ovvHmg OKOKLEPD), UE TPOTO MOTE 1 HECT POTEWVOTNTA VO TOPUUEVEL
otabepn. H xopatopopen tov PERG mepihapBdver pio pikpn apyntikn andkiion ota
35 msec nepinov (N35), n omoia axolovbeiton amd pio Oetikn amodxiion oto 50 msec

nepimov (N50) ko pior devtepn apvntikn oto 95 msec mepimov (N9S). Enpovtiky
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elvarl 1 pétpnon Tov €HPOLE KL TOVL YPOVOL PEYIGTNG avAmTLENG ToL emdpuatog P50,
KkaBmg Kot o e0pog Tov N95. To evpog Tov PS5O petpiéton amd 1o Katmtepo onueio
tov N35 w¢ v kopven tov P50 kot 1o €0pog tov N5 petpiétor amd tnv Kopuen tov

P50 péypt to xatmdtepo onpeio tov N95 (gwcova 3.6).

P50

N35

! | | | | ”95 ! | | |

Ewova 3.6. Kvpatopopen| pattern ERG.

To PERG amotelel mold pikpn amdvinon (cuvnfwg 2-8uv) Kot 1 Katoypoen|
tov elvanr teyvikd omoutntikn. O e&etaldpevog efvar amapaitnto vo @opd v
KoAOTEPN ObAaoTIKn S1OpOmo™ Yo TN dEdOUEVN AOGTOCT Kot Vo, datnpel dplotn
TpoonAwon o€ OAN 1N Owbpkel g e&étaong. Eivon mpotipdtepo n e€étaon va
npaypatoroleiton S0eBaipa, dGTE 0 0POAAUOG pE TNV KOADTEPN OTTIKY 0EVLTNTA VOl
dtnpet v TPooNAmon, eKTOHS av VIAPYEL oTPAPIGUAOC. Agv amarteitor pvdpioor).

H LS.C.EV éyer donuooiedoel mpodTLmO, YL TNV KATOYPOPY| TE(VIKA
IKOVOTIOUTIK®V KOl GUYKPIGIHL®V PERGs.” SOHQOVO HE aVTA, TO NAEKTPOOLL TOTOV
Qoakoy emapng eivar akatdAinia ywoo ™ Aqyn PERG (emnpedlovv v omtikny Tov
0PBuALOV Kot BoAdVOVY TNV €1KOVA), EVAD UTOPOLV VO, Xpnoipomom oy niektpdola
tomov H-K loop, DTL-fibers 1 gold foils. EmimAéov, to nlektpddio avapopdg mpémet
va Bpioketor Kovtd oTov opOTAELPO EE® KavOO Kot Oyl 610 HETOTO N TO AoPio Tov
010G, KaBOTL 0TI 000 avTég Ofcelg 1M KoTaypoaer emnpealeTor omd TO PAOUKA
TPOKANTA SUVOLLKAL.

To PERG Otmpeitor 6TL mpokvmTel amd ™ dpootnpotTnTe TOV £60
opQIBANOTPOEOIKOV oTIfAdV, KVpiwg TOV yoayylokdv kvttdpov. To P50
otolyeio avrtavokAd TN Asttovpyioc NG OYPaS. Xe maOnoelg G )P,
napotnpeital peiowon €og mAnpn katdpynon tov P50. Xuvnbmg cuvumdpyet peiwon
Kol TOL €0povg Tov N95 otoyeion, omdte 0 Adyog N95/P50 mapapével otabepog. [Two
OTAV1a, O TEPMTMOELS OONUATOG 1] OPDOOVS ATOKOAANGNG GTNV TTEPLOYT| TNG OYPAC,

mopatnpeital Kabvotépnon Kol 6To xpovo UEYIoTNG avATTLENG TOV P50.%



65

v KAMvikn mpdén, evolapépel cuvibmg o cuvovaocpog Tov PERG pe to
full field ERG. Enuavtikd emnpeacuévo énapua P50 oto PERG og cuvdvooud pe
evowroywd HAD onupaiver v mapovsio vocov evtomopévng oty oyxpd. Ta
EVPNUOTO, QVTA TOPATNPOVVTAL GVYVA o€ aobeveig pe dvotpoia Stargardt-FFM. Xt
vocso avtn, to PERG egppaviCeton coPapd emmpeacuévo, okOUN Kol GE GTOUO TOV
O10TNPOVV TKAVOTIOUTIKN OTTIKY) 0EVTNTA, YEYOVOC TOV OVOOEIKVVEL TNV gvocOncio
OV G dgikTn TG WYPKNG Aettovpyiag. [Mapdiinia, to full-field ERG pmopei va
elvar  puoloroykd (>60% tov mepumtocewv) N va eppavilel dwtapoyés oTo
QOTOTIKO 1 KOl OTO GKOTOMIKO GKé?\.OC",.W I'evikd, to PERG pmopel va elvan
TafoAoyIKO TPV TNV EUPAVION CLUTTOUATOV 1 CNUEI®V OV VO VTOINADVOLV
nmaforoyio g wypdc.

Yg MEPUITAGELS OBLTOV SATAPAYDV TOV POTOVTOS0YEMY TOV APOPOVY KoL
mv wepoyn s oxpds (m.y. RP, dvotpopieg koviov 1 koviov-papdiov), to HAD
gneovifel aALoDGELG OV 0POoPOvY TO a 1 Kot To b kdpa kot to PERG egivon emiong
naGokoyu«').% Edv otic mapandve odyvteg apeiPAnctpoeidikés vocoug dlatnpeital
(QULGLOAOYIKN M @YPIKN Aettovpyia, £xovpe 10 cvvovacud maboroyikod HAT won
ovcroroywov PERG.

Y11¢ mafnoelg Tov ontikov vevpov to PERG pmopet va etvan pustoloyuco 1 va
epeavifer aAlolwoels kKupiwg tov N9S emdppatog. XT1g vOGOLS TOV YOyYALOK®V
KUTTAP®V TOV ap@IBANGTPOEd0NE, OT®mG 1 KANPOVOUIKY ORTTIKY atpodia tov Leber
KOL 1] EMKPATNG OTTIKN ATPOPia, TOPATNPEITOL CNUAVTIKY] EALATTMGT TOL £DPOVS TOL
N95 otoyeiov. To P50 dev ennpedleton 1, o coPfapr voco, umopetl vo gpeaviCet
peiwon tov gdpovg Tov, ToTE OPWS 010 Pabud mov yapaktnpilel TIg TpwTOTAOEIC
VOGOLG NG ooxpdg.% Ot BAGPec TOVL OTTIKOD VEVPOL KOl TOV YOYYAOKAOV KUTTAPWOV
emnpealovv onuavtikd to pattern VEP, 6nwg o avoivbel ntapokdtw. O cuvévacudc
pattern ERG kou pattern VEP copfdiiet ovsrooctikcd otn ddkpion peta&d taboroyiog

TOV OTTIKOV VEVPOL Kot OLGTPOPIAG TOV AUPPANGTPOEIOOVG.

3.6.3 IMolveotiokd miektpoonoifpinorposidoypaonue (multifocal

electroretinogram, mfERG)
To MFERG amotelel teyviky mov avakoAbEOnKe 6Ta pHéca TG OEKOETING TOV
‘90%, o¢ po. Tpoomdhelor vo TPOGOIOPIGTEL TOMOYPUPIKE 1) MAEKTPOPUGIOAOYIKY|

dpactnpoTa ToVv  auEPANnotpoedovs. IleplhapuPdver éva GUVOAO  «TOTKOV»
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OTOVTICEDV OO OUPOPETIKEG OUPIPANCTPOEIDIKES TEPLOYES, OL OTTOlEG aviyveEHOVTOL
ue nAektpodio akppag dmwg to full field ERG.

To ontkd epéBiopa mov mpoPdiieton otov eEetaldpevo gival éva oyEd10 oV
amoteleiton amd TAN0og (cvvnbwg 61 N 103) eaywvik®dv otoyeinv, Kabéva and Ta
omoio potileton akolovBmvtog o cvykekpluévy M-akoAovdio. Me v gpappoyn
LB UOTIKOV VTOAOYIGUAOV, EEAYETOL TO CTUO-KVUOTOLOPPT] TOVL OVTIGTOLEL 08 KAOE
e€oyovikd otoyeio. Emouévmg, m kvpoatopopery tov MFERG dev amotelei
amev0eiog KaTaypaPl] TOV NAEKTPIKOD OVVOUIKOD TOV TUPAYETOL 6€ pia TEPLOYN
70V ApPPPANOoTPOEd0VS aAAd podnpaTikn eEaymyr] Tov GNNATOC.

H IL.S.C.E.V ocvvictd n e&étoon va mpaypoatomoteiton Egxwplotd yuo K0Oe
opOaAlo, o omoiog mpémel va PpiokeTon ce TANPN uUSpi(xcsn.gg O e&etalopevog
ocuvioTdtal vo @opd v amoapaitntn owbiactikn o0pHwon, av kot 1O AAcTIKEG
avopoiies péxpt £3D dev @aivetar va emmpedlovv OMUOVTIKA TV TOWdTNTA TNG
Kkataypoens. H andotaon tov acbevoidg amd v 086vn pubuiletan avdioya pe tig
Ol0GTACELG TNG KO TNV £KTOOT] TOL OTTIKOV 7ediov mov embupovpe va eléyéovpe. H
axppng ko otabepr] mpoonimwon tov eEetalopévou elvarl eEapeTikng onuociog yio
mv kataypapn aSdmotov MFERGS. ‘EAlewyn ernapkodc mpoonimong, Ady® ToAD
YOUNANG OpaonS 1 dICTACNG TG TPOCOYNS TOL OTOUOV, 0dNYel 6T ANYN YOUNANS
To10TNTOG G LOTOG.

H tomikf xopoatopopef e Pacikng amdvimone oto MERG (amdvinon 1M
taéng Kernel) mepthappaver pio apvnriky amodxiion N1, mov axorovbeitar and pio
Betikn P1, evd ovvnbog eivon gpoavig kot pio dgvtepn apvntikny amdvinon N2
(ewova 3.7). Metpodue cuvnbmg to £6pog Kat 1o ypdvo péyiotng avamtuéng tov Pl.

E P1
13

075
053
0.25-]
0

-0.253

05— N1
T T ‘ T ‘ T | T | T ‘ T ‘ T | T ‘ T | T | T ‘ T | T ‘ T | T ‘ T
o 5 10 15 20 248 3o a5 40 45 a0 545 B0 B5 70 74 ms

Ewéva 3.7. Kvpotopopery MERG mov avikel oe puo10A0Y1KO 0QOOAUO.

To péyebog tv efaymvik®v ototyeinv Sapépel Katd TPOTO OOTE TEAMKE Vol
TPOKLITOVV ATOVTINGCELS {60V TTEPimov peyEBovg amd OAOKANPO TOV OUPIPANGTPOELON

(ta e€qywva mov evtomiCovtal kevipikd givarl pkpotepa. and exeiva mov Ppiockovtat
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mo meplpepikd). ‘Etot, mpoxvmtel Eva oynuo mov mepthapfavel to chvoro twv 61/103
Kopatopopeav (trace array, Ewova 3.8a).

Melet®vTag T HOPeY| TOV EMUEPOVS OMAVTHOEMY GTO trace array, umopovpe
VO OVOKOAOWOULUE TEPLOYES TOV APPIPANCTPOEOOVG pe petopévn Aettovpyia. To
AOYIGUKO TMOV GUOKEVMOV KOTAYPUPNG TUPEYEL EMTAEOV OLVATOTNTEG AVAAVONG, OTWG
N &&oyoyn aplOuTIKOV O0E00UEVOV TTOL OPOPOLV GULYKEKPIUEVO TUMUATO TNG
neployng mov kaAvmrert to MFERG. EmmAéov, eivor dvvatny m  tprodidotor
AMEIKOVIOT TOV OTOVTHCEMY, TOV TPOKVATEL A0 TNV OvVOywyn Tov €Opovg KAabe
OofUOTOG 01N HOVAd apEPANCTPOEdIKG empavelag (swodva 3.8B). Qotdoo, M
gPUNVELR TOL TPIOOACTOTOV GYNLOTOG eV TPEMEL va. avTikadoTd moTé To trace array

KOl TNV TPOGEKTIKY UEAETN TOV EMUEPOVS KVUOTOLOPPDVY TOV.

S APy o s o
oS o SN Ay
NLRU VYRV T VAV
Ve N e for A A A s
oo oo I P
Vo N VL i A
S A S g
Vi e A VA L
Ve VAV

Iz suv

a) 100ms

Ewéva 3.8. o) Tomoypaeikds xaptng tov anaviioewv cto MFERG, B) tpiodidortatn

OTEIKOVION).

Yy vk paén, 1o MFERG mopéyel onuavtikég mAnpogopieg yuwo
AELTOVPYIKY OKEPOLOTNTO TOV KEVIPIKOV apPPBANGTPoEdovs. XvuPdAilel £T61 otV
akpipn evtomon g PAAPNC o€ ATOHO LE ATOAELL OPACNS, GE GLVOVOUCUO HE AALEC
NAekTpoeLGOA0YIKEG e€etdoels. EmmAéov, ocvvtedel o ddyvoon tov 01depopwv
TafnoE®V TG OYPAS, CLUTEPIAAUPBOVOUEVAOV TOV SVCTPOPLHY, GTNV TAPUKOAOVON O™
e eEEMENG TOVG Kot TG avtamdkplong oe Oepancvtikés tapepfioetc.®

Xtg KAnpovouikég dvotpoeicg g wypac, to MFERG avadewkvost v
TPAYUOTIKN €kTaoT Kot Bapvtnrta ™ PAAPNG, mov cuyva Eemepvd TIC EKTIUNOCELS UE
Baon ™ PvBookomikh ewdva kon to full field ERG.X e yevikevpévee Svotpooies,
omwc N RP, to MfERG mapéyet ™ dvvatodtta aviyvenons kKot TopakoAovdnong me
VIOAEWOUEVIG AELTOVPYIOG TOV KEVIPIKOD au@PANGTpoEdovs, 6tav cvvibwg to full

field ERG sivat kotapynuévo.t®
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3.6.4 HiektpoooOaipnoypdonuae, HOT (electrooculogram, EOG)

H teyvikny tov miexktpoo@Baipoypoonipatos (HOI') otnpileton otig
petaforéc mov copPaivovy 6to duvapiko npepiog Tov 0pOIANOV, avValoya NE TO
POTIoPRO. Avvako npepiog (standing/ resting potential) ovopdletor n dtopopd Gto
duvapkd petald mpocHiov kot omicOiov tuRuaToc Tov 0PBaAL0D. TO dvVaUKO
NPEUING EAATTOVETAL KOTA TNV TOPOUOVI] GTO OKOTAOL KO OTOKTA it EAAYIOTN TN
uetd amd mepimov 10 min. Edv akolovBnoel mopapovy oe poTEWVES GUVONKES, TO
duvopko otadlokd avéavetat kot Aopfaver pio péyiotn tipn, cvvibog og 10-14 min.,

Koata v mpaypoatonoinon HOI' cOpeova pe ta mpotuma g 1.S.C.E.V, %
TomofeTOVVTOL dEPUATIKA NAEKTPOSLIO. KOVIA GTOV €60 Kot Tov €€m kovBo. Ot dvo
opBaipol eEetalovror tawtoypova. O eEetalduevoc tomobeteiton oe pio oeaipa
tomov Ganzfeld kot divovion o€ avtdv 0dNYiec va oTpéPel dopK®OS T0 PAEUUO TOV
petald dvo eotevedv otdymv mov yopilovtar amd yovie 30°. H dwdwoacio vt
TPAYUATOTTOEITAL 6TO0 6KOTASL Yo 15 min kot émerta o mepPAArovio. POTIOUO TNG
thEewc Towv 100 cd.m? v oakoun 15 min. H evaAloyn tov otdyov dwapkei tepimov 10
devtepdrenta o€ kdbe Aemto. Ot kOpeg Tpémet va Ppiokovton o TANPM Hoopiaon.

To amotélecpa TV petafoilmv tov duvapukol npepiog exkepaletar pe pio
Kopatopopen (ewovo 3.9). Evdwpépel kupiog o Adyog TG HEYIGTNG TUNG TOV
SLVAUIKOD, 1) OTTO10 TOPATNPEITOL GTO PWS, TPOG TNV EAXYICT TIUN, TOV TOPOTPEITOL
010 6k0TadL. O AdYog awTtdg givar Yvwotdc mg Adyog 1 deiktng Tov Arden. vvinbwg,
ouooroykég Bewpovvrar tpég >2.00, tyég <1.50 Bewpovvtar maboroykés, evd

eVOldeceg TIUES glval LAAAOV ampiBo?»sg.m

13=

Light peak

Ewova 3.9. Kvpatopopen HOT'.

H péytom tiun tov duvapikov npepiog Kotd Ty TopoUovy TOV aTOUOL GTO

QOOC QOIveTOl TG OVTOVOKAQ HETAPBOAEG OTO MAEKTPIKO @OPTIO TNG POCIKNG
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HeUPBpavne Tov Kuttdpov tov peldyypov emnAiov. To HOI' avrikatomtpiler ™
AEITOVPYIKY] OKEPULOTNTO TOV HEAAYYPOVL EMONAIOVL KOl TOV QOTOVTOd0YEMV.
"Etot, emmpedleton og dudyvteg TOONGELS TOL APOPOLY TO PEAGYYPOLV MONAI0 1Y/KaL
ToUg QPmTOLTOd0YElC, OM®wG RP, dvotpopiec kwviov/koviov-pafdiov oAid Kot
QPAEYUOVEG, YOPLOAUPIPANGTPOEISIKN OTPOPi0, GTO YOPLOEOIKO UEAAVMLLOL i pXale
KANPOVOLKES  dvoTPOPieg TOov  TMPOoGPAAlovv  Odyvta TOV  AUEPBANCTPOELDN,
mapoTnpovvIol cuvnbwg datapayés kot oto HAT.

H xvpotepn, ootoco, gpapuoyn tov HOT oty khvikn mpdén elvar ot
Shyvwon TV OVIOTHTOV TOL GLVOEOVTAL IE HETOAMAEELS 6TO Yovidio ¢ bestrophin:
vocog tov Best, autosomal recessive bestrophinopathy (ARB), adult-onset
foveomacular vitelliform dystrophy (AFVD). Idwitepa écov apopd otn vOG0 TOL
Best, mapatnpeitar o cuvdvacudg euotoroywod HAT kot capag mtaboroyikov HOT,
ue 0 Adyo tov Arden oyeddv mdvrote <1.5. To HOT' pmopel va givor maboroykod
aKOUT Kot Kot 10 mpo-AekiBOHOpPo 6TAd10, OTAV 1 YPd elval PUGLOA0YIKT), KON
Kol 6€ dropa mov GEPoVV TV vIeEvBvVN peTdAAAEN ywpic moTé va epaviCovv v
KAVIKN €iKOva TG vOGov (popeig TS vOGoL Tov Best).lo6

Xtg dvotpopieg tomov pattern, to HAI ocuvvnbog eivar @ucioloyikd
(tovAdylotov ota opykd otadia), evd o Adyog Arden oto HOI' pmopei va
eUEaVICETON LEIOUEVOG, OTOKOADTTOVTOS YEVIKEVUEVT dlatapayn TNG Asttovpyiog Tov
peAdyypov smGnMov.lm Ot dwatapayég tov HOI' mov mapatnpodvtar otig pattern
dystrophies dev givar oyedov moté TG 1610 Papvtnrtag pe exeiveg g vosov Tov Best.
‘Etol, o deiktng Arden ocuvvifmg eivar @uololoyikdg M AP HELOPEVOG O
AexiBopopoen dvotpoeio TV evnAikov, coe oavtifeon pe 1 voéco tov Best omov

Aappaver Tipég mainoiov tov 1.0.

3.6.5 Ontkd wpoxintd dvveukd, OIIA (visual evoked response, VER/ visual
evoked potential, VEP)

Ta onTikd TPOKANTE OVUVONIKA OTOTEAOVV KATAYPOQN TNG NAEKTPIKING
OpooTNPOTNTUS TOV TOPAYETOL OTOV OMTIKO QLOL0 G OUMAVTIGN GE OTTIKO
gpéOopa. To nhextpikd avtd oNua oviyvedETOL LEGH OEPUATIKAOV NAEKTPOSI®V TOV
tomofeTovVTOL GTO TPYY®TO TNG KEPAANG. To evepyd MAEKTPOSIO KO TO NAEKTPOSLIO
avaQopds TomofeToVVTOL GTN UEGT YPOUUY, TO TPADTO EMAVE® OO TOV OTTIKO PAOL0
ot 0éom Oz ko 10 devtepo ot Béon Fz, dnwg avtég kabopilovior and to debvic

10/20 ovotua (ewdva 3.10).
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Ewova 3.10. Oéoeic tomofétnong twv NAEKTPOSI®V Yo TNV KaTaypoen VEP.108

YOppova pe v I.S.C.E.V, ' o kataypaen VEP mpéner va meprhapfdver
TOLAGYIOTOV EVa OO TO TOPOKAT® TPOTOKOAAN:

1) Pattern-reversal VEP: to omtikd epébicpo ocvovibog €xer ) popoen

OKOKIEPOS HE AGTPOLOLPO TETPAY®VA To. omoia petafdArovtor (podpo
TPOg  GOTPO  KOU  OVTIOTPOPO) TOVTOYPOVO KOl KOT — ETOVOANY.
Xpnoyomotovvtot 600 peyedn tetpaydvov: 1° kot 0.25°.

2) Pattern onset/offset VEP: 1o ontikd gpébicpa mov €yet T popen oyediov

(oxaxiEpag) mpoPdiieTon kon eapoaviletar Kot EmOVAANY).

3) Flash VEP: ypnoponoteital d1dyvto omg avti Tov oyxediov.

H teyvikn pe Pattern-reversal mopéyst amoavinoeilg ot onoieg eivor otabepég
otov TANBvoUd og oxéon HE TIG AAAEG OVO TEYVIKES KOl YPTOLUOTOLEITOL IO GLYVA
oV KAMVIKY Tpa&n. Qotd00, Y10 T AW TEXVIKE IKOVOTOTIKAOV KOTOYPaP®V, Elval
amopoitnTn 1 KoAn Kot otabepr| Tpoonimon tov eEgtalopévon kot n d1opHwon Kabe
dwbrootikov oedaiupatog. To Pattern onset/offset kar Flash VEPS givar Ayotepo
amotNTiKG amd TeYVIKNG Gmoymc. ‘Etol, 1o Pattern onset/offset mpmtoxoiro
EVOEIKVLTOL OE TEPUITAOCELS OTOL VIAPYXEL VUOTAYHOG M LROyio, TPooToinomng ek
uépovg tov acbevovg. To Flash VEP epopuoletor oe mepumtdoelg dmopéng

ad1POVAYV SLOLAGTIKOV HECOV 1 avETAPKOVS cuvepyaciag Tov e&etalonévou.
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H xotaypoer, VEPS mpoayupotomoteiton Eeywprotd yioo kdbe o@Baiud (dev
TPEMEL VAL EIGEPYETOL PG 6TOV 0BOANd Tov dev e€etdletan), ywpic va mponynOei
Hodpioom. Xty mapovca epyacio epapudotnKe 1 teyvikn Pattern-reversal.

Yty xvpoatopopen tov Pattern-reversal VEP esueaviCetor pio apvnriky
amdéxhon ota 75 msec mepimov (N75), akolovbel Oetiky andxkiion ota 100 msec
nepimov (P100) ko oedtepn apvntikny amodxkAion oto 135 msec mepimov (N135)
(ewova 3.11). H P100 oSwkpivetor €0KoAo Kou TO YOPOKTINPIGTIKA TNG
TOPOREVOLY YEVIKG o6Ta0gpd PETOED OLUO0)IKAOV UETPNOEMV GTO 1010 GTOMO,
RETOED OLUQPOPETIKAOV 0OTON®V KOODOS kor petold 0e€lov Kol aploTePOv
000aipov. Xe 6ha ta tpwtdékoiro VEP, 10 €bpog kdOe endppatog petpétor amd v

KOPLPN TOV TPOTYOVUEVOD ETAPUOTOC.

P100

NBD Ni35

Ewéva 3.11. dvoioroyikn kopatopoper VEP pe pattern reversal.

BLaPec o omowodnmoTe onueio TG OATIKNAS 0000, Um0 TO YOYYMOKGE
KUTTOPO TOV OpOIPANGTPOEO0VS MG KL TOV OTTIKO PA0L0, PTOPEL VO 001 Y1|G0VV
o€ O TUPUYN TNG TVTIKNG Kopotopopens tov VEP. Qotdco, datapayn oto VEP
Og onuaiver amopaitnta 6tL 1 BAEPN evromileton oto onmtikd vevpo. O omtikdg eA01OG
gvepyomoteitat Kupimg amd 1o Kevipkd ontikd medio, emopévog ta VEP eaptodvror
og neydho Padpd amwd TNV akepadTNTO TG KEVTPIKIG 6pacns. Mo npmtomadng
vOéGoc G oypdc M Obyvtn VOGOC e  CULUUETOYN KOl TOL  KEVTIPIKOV
apePANCTPOEOOVE umopel vo odnynoet otnv kataypaer] maboroyikov VEP. Xtig
TEPMTOGELS OVTEG, o evpnpato and ta VEP mpénet va cuvagloloyovvton pe ekeiva
tov pattern 11 tov multifocal ERG, dote va egivar dvvoty n didkpion mhavig

apePANCTPOEdIKN G TaBoAoYiag amd vOco Tov onTikov vehpov. Epdcov mpoxettan yio
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datapayn Tov aPopd Tov auEIPAnoTposldn), n devipyetla éncrta evog full field ERG
umopet va avadeiget po dtdyvtn 1 un voco.

Oocov apopd otic duotpopieg Tov AUEPANCTPOEBOVS, 0 KOPLOG POAOS TOV
VEP givar akpiBdc avtdc: va copParer ot o1dKpion pHeTaéd pog dveTpoPiog g
OYpas N owyvTNS amd vooo TOv OTTIKOV veEVPOL. Idwitepa Otav 1 oypd €xet
OYEOOV PUGIOAOYIKT EUPAVIOT], OTTOC GLUPAIVEL GLYVA GTN dLOTPOPiL KeOVIKV (6oL
urmopel vo. GUVLTTAPYEL KOl OTTIKY ATpo@Pia), 1 GLUPOAN TOV COGTOV GLVOLOGUOV
NAEKTPOPLGLOAOYIK®OV  g€eTdoev  -ovumeptlopPavouévor  tov  VEP-  eivon

KaBOpIoTIKT Yol TN SLAYVEOON).
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YKOHOX THX EPEYNHTIKHX EPT'AXIAXY

Kotd tv ekndvnon mg mopovcos dwtpiPng peietnOnkav maoyovieg omod
KANPOVOLUKEC SVOTPOPIEC TOL auEPBANGTPoEdOVE otnv meployn ™G Hmeipov pe
okomd: o) Tov aKPP TPOGIOPIGUS TOL €1d0VE TG dvoTpoPiog omd TNV omoin KAOe
dropo/okoyéveln, maoyEL, P) TOV AEMTOUEPT TPOGOIOPICUO TWOV HOPPOAOYIKDV,
SOMKAOV Kol AETOVPYIKOV TapapéTpov ¢ vocov (tov kAwikov profile xdébe
ac0evonc) kot v e€aywyn CLUTEPUCUATOV TOV APOPOLY TOLE SLAPOPOVE THTOVGS

SVOTPOPLDV.






EIAIKO MEPOX
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YAIKO KAI MEOOAOX

1. IAHOYXMOX THX MEAETHX — AIAI'NQXTIKA KPITHPIA
KAI KPITHPIA AITOKAEIXMOY

[Tpoxertonr yloo TPOOTTIKY, MUOVOKEVIPIKN UEAETN. Apykd efetdotnrov ot
acbeveic mov mapomépednkoyv otnv Oebaiporoywkn Kivikny tov Tavemiotnpiokod
Noocoxkopeiov loavvivov pe copurtopatoloyio copufatn pe ekeivi TV KANPOVOUIK®OV
SvoTPOPLOV  TOL  ApEPANCTPOoEWODS, kKoBMG kot ot acBeveic ot omoiot
TPOKOAOLVOOVVIOV GUOTNUATIKE GTO TOKTIKO 0QOOALOAOYIKO eEmTEPIKO 10TPEio )
ota €01kd wrpeio BuBov wor [Moavkodpotog ko otovg omoiovg a) eixe tebel oto
mopeABOV 1 dudyvmor kAnpovoukng dvotpogiog gite B) Bewpndnke mbavn xotd v
napokorovOnor tovg. H ovAhoyn tov vAwoD Y TV mopovoa  UEAET
mpaypatonom)Onke oto ddotnua amd tov NoéuPpro tov 2008 émg kat tov Noéufpro
tov 2012.

Am6 10 obvoro TtV acbevov pe mbav Sdyvoon dSvotpoeiag Tov
apePANoTpocdovg emthéyOnkay pdvov exeivor mov katdyovtay amd v Hrepo. H
EMAOYN VTN €ytve e PAon TO YEYOVOS OTL TPOKELTOL Y10 YEVETIKO TPOGOLOPILOUEVEC
vOGovg, omote gival mMOAvO va LITAPYOVY SOPOPES GTA YOPAUKTNPIOTIKA TOVS HETOED
TANOLGUAOV dl0POPETIKNG YEVETIKNG Tpoéievone. H meproyn tg Hrelpov nrav yu
OLADOVEG GYETIKA OTOUOVOUEVT YEMYPAPIKE, KUPIMG AGY® TV OPEVAV OYK®OV TOV TNV
nepipdArovv. Emopévemg, eivor mbBavo o avtictoryog mAnOuopHog v gival oyeTikd
OLLOLOYEVNG YEVETIKA, LLE YOPAKTNPIOTIKA TOV UITOPEL VO S1APEPOVY OO TO AVTIGTOLY O
TAnBvcuadv Tov mpoépyovrol my. and ta [ovia vnowd 1 ™ Moxkedovia. ‘Etol, and tov
apykd apfud tov 87 acbevov, amnoxieiommkav amd ™ peAétn 16 dropa, mov m
KOTAY®YN TOLG NToV omd AAleg meployes s EALGdac mAnv g Hreipov 1 ydpeg Tov
E&wtepucod (AABavia, [Takiotav).

Amo ta 71 dtopa mwov katdyovrav ond v Hrepo, amokieiomrov katd ™
dtevépyela Tov ehéyyov 6 akdun ta omoia Ppébnke va mdoyovv amd GAAn vOco my.
QAEYHLOVOOMN, 0QBaAUIKO Tpavua, KaBdg Kot 2 acBeveic mov Ppébnkav va mdoyovv
amd JvoTPOPieg TOL YOPLOEWOVS (YOPlosweperia) M VOAOUUPIPANCTPOEIOKA
cVuvdpoua (Tapépevoy dniadn 63 droua).

Téhog, amd ™V TPAOTN €maPN He TOVG acbevels, (nmOnke va TpocséABouv Yo

va e€etaoTohV T000 To PEAN TNG OKOYEVELNG TOVG OGO KOl GTOWO TOV GLYYEVIKOD



78

nmePPairovToc, aveEdptnTa and To edv Bempeital 6Tl TAGKOVY 1| £XOVV PLGIOAOYIKN
omtikn] Aettovpyia. ‘Etol, efetdotnkav 67 emumAéov dtopa, pETaEd TV omoimv
avevpénkav 20 maoyovteg. Emopévac, telkd €ytvav dextol otn pedétn 83 acbeveic
1e duoTpo@ieg Tov APPIPANCTPOEBOVGS, [e KaTaymy omd v Hrepo.

I'evikd, €ywvav amodektd dtopo OAMV TV NMKIOV, aveCaptntmg evAov. O
Eleyxog mpayupotomomdnke otovg yowpovg ¢ Ilavemotnuioknig O@OoApoA0YIKNG

Kiwvicng loavvivov.
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2. KAINIKO-EPEYNHTIKO ITPQTOKOAAO

EMoebn and tovg acBeveic Aemtopepéc 10toptkd, 0@BOALOLOYIKO Kot
ovotnuatikd. Idwaitepn Eppaocn 660nke ot cvunTOPATOAOYiO TOV ATOHOL (KOTh TNV
euEavion kot eEEMEN NG dvoTPOoPing) Kabdg Kot 6To ¥povo eKOA®ONG TG VOGOU.
Ta mopamdve otoyeion copfdriiovy ovolaoTikd otov Kabopioud Tov THTOV NG
dvotpoeiag amd v omoia to dtopo mhoyel. Emumiéov, (nmonkav kot a&loroyndnkav
TUYOV TOAUOTEPEG YVOUOTEVCELS Kol €EETACELS OO TO TPOCMOMKO opyeio T®V
acBevov, og pa Tpoomddeio Katavonong e eEEMENG TG vooov tovg. Ocov apopd
GTO GLGTNHATIKO 16TOPIKO, 00ONKE EEXYWPIOT GNUAGIN GTNV TOPOVGIO GUUTTOUATMV
KOl ONUEIOV 7OV TOPOTEUTOVY GE GLVOPOUIKT] VOG0, Omwg Papnkoio (cHvopopo
Usher kot GAAlec popeéc ovvdpopuknc RP), veppikn vocog, dvomhacieg (my. tmv
daxtoAmV o€ cuvopopo Bardet-Biedl).

EMeOn to owoyevelakd 1otopkd kébe acOevoig pe Eupaon otic opOoipikég
modnoelg kol onpovpynOnke Aemtopepés yevearoyikd dévipo. To televtaio
GUUPBAAAEL OTNV avOoKAALYN TOL TPOTOL LE TOV OToio KANpovoueital 1 dvcsTpoia,
Y€YOVOG oV Guvterel otV akpPn dtdyvwon (optopéveg SLGTPOPieG KAPOVOUOVUVTOL
LE CGLYKEKPUEVO TPOTO) KOl GTNV TAPOYN YEVETIKNG GVUPOVANG. ATd Tovg aocbeveic
Inmbnke va e€gTactobV 000 HEAN TNG OIKOYEVELNG 1] TOL GLYYEVIKOV TEPPAAAOVTOC
to emBupovoay, gite Bempovviav macyovieg eite Oyl, ®ote va eEakpPwbel wolol and
avToVG vooouv kot va emPeforwbodv katd To Svvatdv o1 TANPoPopieg TOL
veEvEQAOYIKOU Oévtpov. EmmAéov, sivor yvootd 0Tt 0 @ovOTLTOS NG SVoTPOPiag
umopel vo dlopépel akoun Kot HeTalh peA®V G 10106 OWKOYEVELNSG, EMOUEVOC M
eE€toon emMmMALOV ATOUMV TTOV TAGYOLY UTOPeEl vo eivar dloitepa ypNoIUn Yoo TV
axpipn dyveoon.

Ot acBeveig vrofANOnkav oe TAPN 0PBaALOAOYKO EAEYYO OV TTEPIAAUPOVE:

o) péTpnon g ontikng o&vtnrag pe ta omtdtumo Snellen,

B) e&étaon tov mpoobinv popimv pe T oylopoedn Avyvio, pe 1dtaitepn
éupoocn otV avayvopion BoAepotiTeV TOV  KPLGTAAAOEWOVS @akol  (£1d0g-
EVTOTION),

Y) nétpnon g evéoeOaiuog micong ue tovopetpo emmédmwong Goldmann,

d) Ppvbookomnon pe eakd non-contact +75D (Volk) kot tpikatontpikd @okd
emapng Goldmann. Ou acbeveig eiyov vrofAnbei mponyovpévog oe podpiacn pe

evotiraén KoAAvpiov: Tpomikapiong 0,5% kot vEPOYA®PIKNG PotvLAEPpivng 5% (600
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@opég pe dotnua 10 Aemtov petald tovg). Adbnke Wiaitepn Eupaon oy e&étaon
TOL VOAMOOVG CGOUATOC (oLYVE TOPOLGLALEL EKPUAOTIKEG OAAOIDGES GTOVG
Thoyovteg amd SVoTPOPieG OAAG Kol GTO VOUAOOUPIPANGTPOEISIKA chVOpoUd), TNG
@YPAag KNAOOGS Kol TNG TMEPLPEPELNS TOV OUPIPANGTPOEOOVS, TOV ONTIKOV VELPOL
KaB®G Kot TV OUPIPANGTPOEISIKOV ayyeiwV (Tapovsia 1 un 6TEVOGONG).

H dbyvoon g dvotpoeiag and v omoia €macyov ol acHeveic £ywve ue
Baon: 1o 1otopKd, TO gvpnuoTa Tng Pvbockodmnong, To EVPNUOTO OO TOV
NAEKTPOPLGLOAOYIKO EAeYY0 Ko eketva amd Tig Aowmég e€etdoeic (OCT, FA kAn.). T
MV TEPAULTEP® UEAETN TOV OTOU®V OUTAOV ypnowomombnke 1 ta&vounocn tov
dvoTpoerdv (PAéme yevikd pépog) oe: a) dvotpogieg pafdiov-kaviov (RP), B)
dvoTPoPieg Kovimv kot Koviov-papdiov, y) dvotpoeieg g wypdc.

H xatnyopronoinon avt) tov dvctpopidv otnpileton o€ peydro Babud oty
niektpopuctoroyia kot Sympilel T vOGoLg avAAOyo LLE TO OV 1 AELTOVPYIKN
dwtapayn €tvor evtomopuévn M dudyvtn KabdG Kol ovOAOYO L€ TO GUCTNUO TOV
POTOVTO00YE®V oV Kupiwg mdoyel. To yeyovog o0t 1 mapoamdve Tagvounon eivon
OVLGLOCTIKA AEITOVPYIKTY NTOV O0UTEPA XPNOUYLO Yo TNV TAPOVC UEAETN, M omoian
AOCKOTEL GTNV EVOEAEYT TPOCEYYIOT AEITOVPYIKAOV TOPAUETPOV TOV AGHEVOV.

AxorovBel avorivtikny meptypaer] TV eEeldkevpévav KAVIKOV eEetdoewmv
oTlG omoieg LVWOPANONKOV Ol GLUUETEXOVTEG OTN HEAETN KOODG Kol TOL TPOTOL

eneEePynciog TOV AmOTEAECUATOV.

2.1 EvaieOnecio otn ootevy avrifson

H pétpnon g CS mpaypatomombnke pe ) ocvokevy Mentor B-Vat 11-SG
Video Acuity Tester (Mentor O&O. Inc., Norwell, MA, USA), e v onoia oyfuoto
SLOPOPETIKMY YOPIKAOV GUYVOTHTOV Kot dlapopeTkol contrast ameucoviCoviot og pia
CRT (cathode ray tube) 006vn péone potewédtnrog fong pe 85 cd/m?. H dwydviog
g 006vNg 1eovTon pe 28cm. Xtnv mapovoa PeAET, ot aobevelg EfAemay To epébiopa
and oamoéotoon 3 M, emopéveg avtd kotaiduPave mepimov  5,3° oto Pubd TOL
0POoALOV.

H ovdog svarsOnoiog otn gotetvyy avrifeon peTpndnke oe mévre yopikeg
coyvotntes: 2, 3, 6, 12 and 20 cpd (cycles per degree of visual angle). O
TPOGOIOPIGUAC TNG 0LOOV TpayuaTomomOnKe pe TV TEYVIKN ™G emPBePANUEVNG
eMAOYNG. ZnmOnke amd T0Vg 0sOeVEIG Vo OvVaYVEOPIGOLY TOV TPOGOUVOTOAMGHO KAOE

oyYNUOTOg, oL pmopel va eivan kdBetog 1 TAdyog. H avtiBeon tov mpofaiiopevou
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epebioparoc peltwvotay €neita amd 60V0 CMOTEC AMAVTIGELS KOl AVENVOTOV ETEIT OO
uia AaBog amdvinon. Eikoot enineda avtiBeong, ta omoia kvpaivoviay peta&y 0.10%
kot 98%, Ntav dwbéoa v kdbe yopwkn ocvyvotnta. ‘Etol, yio kdbe o@Boiuod
TPOEKLYE 1] KOUTOATN NG evaucOnoiag otn potevn avtibeon (CSF).

Amo v eneepyacio tov arotedecpdtov g CS anoxieiotnkav acBeveic pe
KUOTIKO O1ONUO 1 OTPOPIKEG OALOIDGELS TNG OYPAS N ETUUPIPANCTPOEIOIKES
nepppavec mov emnpedlovy ™V @yxpa. TN HEAETN COUTEPIAPONKAV noévov acbeveig
yopic BoAepOTNTEC TOL KPVOTOAAOEWOVG (@oakoD M He Bolepdtnteg mov de Oa
emnpéalav onuavtikd v e&étaon. Emmniéov, ta amoteléopata apopovcav acbeveic
OV OWTNPOVGAV  OYETIKA KoAN Opaocm, ovykekpyéva BCVA>0.5. Aev
ocvumepeOnkav acleveig pe omtikr) o&vtnra <0.5, yati mbavag Oa diEbetav
Kamoleg amd Tig mpoavapepbeioeg wypikég PAAPES Ko emmALov M younAn opacn Ha
emnpéale ovolaotikd o anoteAécpata g CS. Emiong, amoppiedniov ot opbBaipol
exeivol pe dtbraoctiky avopoiio mov vrepéParve 11 + 4.0D coaipopa N 11g + 2.0D
KOAWOpo. AcOeveig mov epeavilov GAAEC vOoOLG TOL OUPIPBANGTPOEWOOVS (TTy.
owpntikny apeipAnotpocidondfela) amokieiotnkav amd TG perproes. Etol, ta
amoteléopato e CS apopovsav 42 opBaipove.

Ov aocbBeveig @opodoav v KatdAinAn Owbloctikn o010pOmon ywoo Vv
amoctoon tov 3 M. H g&étaon mpaypatomombnke oe pecomikég cvuvonies. Kabe
o0pOarpog eetaldtav Eexopiotd kKo o 0eg10¢ oeBaipndg mhvtote mpodtoc. Ta
gupnpata and Toug mhoyovteg opBouiods cvykpinkav pe exeiva amd 34 oBoipone
17 atopwv (10 avdpeg kot 7 yovaikeg) pe erevfepo o@OOALOAOYIKO 1GTOPIKO Kot
BCVA >0.9. H péon nikia ¢ opddag eréyyov nrav 36 étn (evpog: 19-66). Kaveig
amd ToVG ovupetéyovieg o0ev eglxe vmoPAnfel omn cvykekpyévn OadIKacio 6TO

TapeOOV.

2.2 E&étaon tnc avTiinwne Tov ypOUIT®V

O éleyyog g Eyxpoung opoong mpaypoatonomdnke ue to Farnsworth-
Munsell (F-M) 100-Hue Test, (Luneau Ophtalmologie, Paris). Kabe o@Ooipog
eetalotav Eeywplotd kot o 0e&l0g opBaipnog eéetaldtav kKabe popd mpdtoc. Ot
TEGOEPLS OUAOES YPOUOATIOTOV TEGCOV TOL TeptAauPdvel to test moapovsialovrov
mhvtote e TV 010 oelpd otovg acheveic. Ot tedevtaiol EPAenay TOvg TEGGOVG Omd

amootoon mepimov 40Ccm, @opdvtag TV KOTAAANAN dtbAacTtiky) dtopOwor. Kdbe
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neco0g KatahdpPave yovia 3,4° mepimov oto PuBd Tov 0pOHaAoD. Xpnoipomombnke
Aaumo tomov C mov mapeiye potiopod ico pe 1700 IX mepinov.

H dwdwkacio tov test e&nynnke oe kébe acBevny ko mpoypatomoOnke
SOV pE Tic 0dnyiec Tov Farnsworth.'®® ‘Eto, eénynnke 6t n tomobémon kéde
OEIPAG TECOMOV TPETEL VO OAOKANPDOVETOL G ¥pOvo 2 mepimov Aemtdv. 261000, GE
acBevelc mov advvatodooV Vo TNPNOOVV TO GLYKEKPIUEVO YpoOvo, 06OnKe 1
dvvatotTo vao oAokAnpwcovv v e&étacn oe 660 ypoévo ypealdtav o Kabe
nepintoon. O avénpévog avtdg ypovog e&étaonc kataypaedtav kdbe popd amd tov
egetaot).

O ovvolkds apBpog twv Aabav (Total Error Score, TES) vroAloyiotnke
COUP®VO, PE TIS 00MYieg TOL Farnsworth.'%° Yymuotiotke yuoo kdBe o@OaApnd TO
avTioTOl(0 TOMKO Sdypappa Kor o d&ovag ovyyvong mpocdlopicnke UETA Omd
emoKkonmon tov oypappatos. To TES kdBe opBaipnod Bempnbnke pucloloyikd 1

un, pe Paon 10 eLGLOAOYIKO £VPOG TILADV TV Exel Tpotabel amd Tov Verriest,"'? ©

0
omoio Aappdvel vroyn v nAkio Tov egTalopévov.

Amo v enelepyocio Tov amoteAespatov tov test amoxieiotnkav acheveic ot
omoiot: a) eiyov wWwaitepa younin omtikny o&vmta (<0.05), B) advvatovcav va
avtaneEélBouy oTig amoutnoelg g eEétaong my. Adym moAd pkpng (<10 etdv) M
peyaang (>80 etav) nlkiog, v) enedviloy Kuotikd oidnua 1 ETAUEPBANGTPOEIOKN
pepPpavn  mov emnpéale ™V @ypd, J) Emacyav omd GAAN VOGO  TOL
apeipAnotpocdovs, €) epupdviav katappdktn mov o pmopovoe va emnpedost
onpovtikd v e&étaon. Kaveilg amd tovg cuppetéyovieg dev Nrav e£0IKEIOUEVOG LE

™ dwdkacio g e&€taong 6to TapeAdov.

2.3 E&étaom 0nTIKAV TESI®V

H e&étaom tov onTikdv medinv mpoylotonomonke e 10 avTtOHOTO TEPIUETPO
Humphrey Field Analyzer (Carl Zeiss Ophthalmic Systems Inc., Dublin, CA, USA).
O e€etaotg e€nyovoe TAVTOTE OVOALTIKE Kol LE TOV 1010 TPOTO TN O10d1IKAGI0 GTOVG
acleveic. Kdbe opBaipog eéetalotav Eexympiotd kot o 0e&10G opBaAnog mhvToTE
mpotog. Ot acbeveic @opovcav v KOTGAANAN  Sblactikn  Sdpbwon.
XpnowonomOnke n texvikn SITA-Standard ko Aevkdc otdyoc peyéboug II1.

Endéybnke 1o mpodypappo Central 30-2 ya éva mpdTo SCreening tov
acbevav. 10 ekTunOUéVO amoTéAeso peEAETONKAY Ol TIHEG TG evarctnciog oe dB,

n total kou m pattern deviation, ot deikteg MD ka1 PSD, kabdbg ko ot dgikteg
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alomotiog g €€€taonc (Yevdmg opynTiKd Kot WYevdmg BeTikd omoteléopata,
anmAglo Tpoonimong). Ontwkd media pe >10% wevddg apvnTikég amovINoES M
>20% yevdag Betikéc | andAelo TpooAwong >20% Bempndnkav pn agdmicto Kot
dgv ovumeptebnkay oty enelepyacia Tov amotelecudtov. Opbaipol pe ontikn
ofvmta <0.025 dev vmoPAnOnkav oe eE€taon ONTIKGOV TEdOV pHe TO TEPIUETPO
Humphrey. Eniong, otnv napovca gpyoacio dev cvumepthapuBavovtal to, omtikd nedio
ATOUMV LE KATAPPEKTY TOL B0 LTOPOVGE VO EXNPEACEL CNUAVTIKE TNV eEETOON.

AcBeveic mov mapovoialov ahloldoelg kevipikd 6to onTikd medio pe to 30-2
TPOYPALILO KOODG Kot eketvol pe kKAMvikn ewova cvpfatn pe dvotpogio g wypds,
vroPdirovtay og eEétaomn ko pe to Central 10-2 pdypappa. ‘Etot, kabopilovrav pe
peyoAvtepn axpifela or petaforég oty evousnoio Tov apuEPANCTPOEBOVS GTNV
TEPLOYT THG OYPUS.

Atopo pe mbavny yevikevpévn dvotpoeios (my. RP) 1 aAlowdosic mov
evronilovtav meplpepikd oto mpdypappe 30-2, vrofdilovtav ce eE£Taon KO LE TO
Peripheral 60-4 mpoypappo. Xe kdbe mepintwon acbevodg mov e€etaldtav pe
TEPLGGOTEPO.  TOV  €VOC  TPOYPAUUATO, Ol EEETAGES TPOYUOTOTOLOVVIAY GCE
OLPOPETIKEG EMOKEYELG N KOTA TNV 10100 emiokeyn, pe doAeippato tovAdyiotov 10
Aemtov. Atopo to omoio advvatodoov vo dltnpnoovy otafepr] TPOGNHAMON
(eppaviCov fixation losses >20% oto mpdypoupa 30-2) dev vroPfdrloviav oe
€EETAGELS e EMITAEOV TTPOYPALLLATO.

Y& OPICUEVEG TEPUTTMGELS OOV NTAV EMBVUNTOG O EAEYXOS OAOKANPOL TOL
TEPLPEPIKOL TESIOV pE TPOTMO YPNYOPO KOU OMOTEAEGUOTIKO (U1 KOVOTOUTIKY
GUVEPYUGIO/YOUNAT OPACT)) TPAYLATOTOMONKE KIVNTIKY] TEPIUETPIO LE TO TEPIUETPO
Goldmann. Xvviwc erpdketrto ya acbeveic pe RP, 6mov o1 alhowdoelg umopei va

a@OPOVV OTOLOONTOTE TUNLOL TOL TTEPLPEPIKOV TEdIOV. Xpnoiomodnkoy ot oTdyoL:

V4e, “|4e, “4e, |4e Kot |2e

2.4 dDotoypaeia o - DlovopoayyErloypaoio

H ootoypdonon tov Pubod tov acbBevov kot 1 @eAovopoayysloypopio
npoypoatomomOniay pe v kapepa Pubod Topcon TRC-501X (Topcon Corporation,
Tokyo, Japan). EAjencav potoypaeieg Eyypopes kabng kot avépudpeg (tpdovo
0mc). Xpnowomombnke yovio cdpwong 30° oe OAeC TIG TMEPUTTOGEIS KOl, OF

TEPUTTAOGELS OVGTPOPLDOV TNG OYPAS, ETTALOV Yovia 15°,
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Ayygioypapia pe evoopAéPia Eyyvon Sml dwoddpatog 10% sodium fluorescein
mpaypoatorombnke otovg acbeveic pe mbavy ddyvmon dvotpoiog g @ypds M
dvotpoeing koviov/koviov — pafdiov kabhg kot oe opiopéva dropa pe RP ota

ool NTOV EUPOVIG TPOIUN TPOSPOAN TS ®YPUG.

2.5 OntiKn TOpOYpa®io. GLVOYNC

Ytovg acbeveic mpaypatomombnke cdpmon TG TEPOYNG TG OYPES HE TO
Stratus OCT 3000 (Carl Zeiss Meditec, Dublin, CA, USA). Xpnocwomrombnke to
npwtokoAro Macular Thickness Map, to omoio  mepihappaver €&1 drodoyIKég
COpPAOGCELS UfKovg 6mm mn kabepid, mov SEpyovtal and to Kevipikd Pobpio. O
COPMOCELS OTAGCOVTAL OKTIVOTO HE KEVIPO TO Kevpikd Pobpilo, améyovrog 30°
HETAEL TOLG,.

o v avdivon TovV OTOTEAECUATOV YPNCLOTOMONKE TO TPMOTOKOAAO
Retinal Thickness/Volume, pe 1o omoio vroAoyiletal avTOUTO TO HEGO TTAYOG TOVL
apePANGTPOEOOVS o€ 9 TEePloyES: Evav KEVIPIKO KOKAO Olapétpov Imm 1o kévipo
TOV OO0V cVUTiNTEL P TO onueio 6mov cuvavtdvtal ot 6 touéc (Foveal thickness,
FT), ka1 8 mo mepipepikéc meployég mov Ppiokoviarl viog dV0 KOUKA®V OUOKEVIP®OV
pne tov kKevipwd (Ew.2.5.1). Emiong, vmoioyiletar 10 péco mAyog TOL
ApEIPANCTPOEIBOVE 6TO ONUEI0 TOL ATOTEAEL TO KEVTPO TOV TPV KuKAmV (Central
Foveal Thickness, CFT). Toa omoteléopata yio kKabe o@Oaipd oa&loAoyndnkay
ocOpemva pe T Paon @uoloAoyik®v dedopuévev mov dwabéter n Carl Zeiss ywo 1o

ovyKekpévo punydvnua (Stratus software version 5.0).
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Map Diameters

Foveal Thickness 134+/-6 microns

0S| Total Macular Volume | 7.06 mm?*

Scans used 1,2,3,4,5,6

Ewova 2.5.1. [Ipwtokorro avarvong Retinal Thickness Volume tov Stratus OCT.

Amd 10 2010 kou émerta. o1 acbeveig e&etdotniay kar/pe spectral domain OCT,
Kot ovykekppéva pe ) cvokeon Cirrus HD-OCT 4000 (Carl Zeiss Meditec, Dublin,
California, USA) mov éyet a&oviki SoKpltikn Kavotnto g tééng tov Sum.
Xpnowomombnkav 600 tpmTokolra cdpmong (eikdveg 2.5.2, 2.5.3):

o) 1o Macular Cube 512 x 128, o6mov pio mepoyy 6x6 mm?
apepAnotpocdovg capmvetor pe 128 opiloviieg topég, Kobepd amd TS Omoieg
amoteleitan amd 512 capdoelg TOVTOL A,

B) To HD 5-Line Raster mpwtoxoAlo, mov mapEyel aKOUN KAADTEPN avAALG
(amoteleiton amd 5 topés, kobepid omd Tic omoiec meptlapPaver 4096 A-scans),
BeAtidvovtag £T61 TNV ameKOVIoN TV GTIRASOV TOL AUEPANGTPOESOVG.

To Macular Cube 512 x 128 np@tdKOAAO TOPEYEL TN SVVOTOTNTO AVTOUATOV
VTOAOYIGHOV TOV HEGOL TTAYOVS TOV OUPPANGTPOEDOVG o€ 9 drapopeTiKég TEPLOYES,
ooumepAapBavouévne o KEVIPIKNAG Tov anoteel KOKAO douétpov 1mm [central
Early Treatment Diabetic Retinopathy Study (ETDRS) subfield: Central Subfield
Thickness, (CST)]. Ot vmorowneg 8 meproyé avikovy 6€ 600 KOKAOVG OLOKEVTPOLS
pue tov kKevipwkd. Emmiéov, pe 1o ovykekpipuévo mpmTtOKoAAo, vroroyiloviot

QVTONATO O HEGOC OYKOG TOV AUPIPBANGTPOEOOVS GTNV TEPLOYN TV 6X6 mm? ov



86

katodopPaver n oapwon (Cube Volume, CV) «xot 10 péco mhyog

apePAnotposidovg oty idwo meployn (Cube Average Thickness, CAT).

Macula Thickness : Macular Cube 512x128 oD @ I O os

s, 500
.. s ., | <7D
337
’ > .
d 324|\ 295 )335
d i

2
Overlay: OCT Fundus ‘l’ra: 50 %
High-definition mode

300
200
100

ILM-RPE Thickness (um) Fovea: 254, 66

0 pm

ILM - RPE

Im

RPE

Central Subfield | Cube Volume| Cube Average
Thickness (pum) (mm?) Thickness (um)

ILM - RPE 295 10.3 285

TO0L

Ewéva 2.5.2. Avalvon cdpwong mov paypotorodnke pe to Macular Cube 512 x
128 mpwtoxoiro tov Cirrus SD-OCT. IMeprapfavovtar ot ipnég CST, CV kar CAT.
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High Definition Images: HD 5 Line Raster

Length: 6 mm

Scan Angle: 0°

Spacing: 0.25 mm

Ewéva 2.5.3. Avdlvon cdpoong mov mpayuatomombnke pe to HD 5-line raster
TPOTOKOALO. ATO TIG S5 Ttopég mov meprhapPdver kG @QOPA TO GLYKEKPIUEVO
TPOTOKOAAO, ¥PNGUYLOTOMONKE Y10 TIG TEPETAIP® UETPNOELS EKEIVN TTOL OLEPYETAL OO

10 KEVTPO TOL Pobpiov (oe peyéBuvon).

To mpwtéxorro HD Five Line Raster ypnowwonomdnke yio vo peletndei m
HopeoAoyia TV STIRAS®Y TOL AUEPANGTPOEB0VG, Wiaitepa TV eEmTepik®dV. Mg 10
GLYKEKPIUEVO TPOTOKOALOD, ovayVOPILETOL PE GYETIKY EVKOAIN 1 LVTEPOVOKANGTIKY|
ypopun mov Bewpeitor 6TL aviictolyel otV €vwon tov €0m UE TO ££® TUNUO TOV
ewtoimodoyfmwv, yvooty ¢ inner segment/outer segment (IS/OS) junction.
[Ipdopateg pekéteg ouvdcovy v akepotdtnta g IS/OS junction pe ™ Aettovpyia
TOV KEVIPIKOV OUEPANGTPOEOOVG, OTIG OvoTpoieg kot o GAleg VOGOLG TOV

aQOPOLY KLPI®G TNV TEPLOYN TNG mxpdg.72’ 111-113
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Y aoBeveig pe RP, n ypopuun avt cuvifog gaivetatl 6yedov GLUGIOAOYIKN GTO
KEVIPO NG ®YPas, evad olaxomtetal 1 e€apaviletoar mo nspupapucd.m‘ s 2mv
napovoa peAéT, oe 6covg acbeveic e RP 1 IS/OS junction line eowvotav axépota
0T0 KEVIPO NG ®YPAEG, petpriinke to opilovio unkog g (amdotacn omd 10 Pvikod
®¢ T0 Kpotapkd Opro) pe T Ponbeia képoopa mov drabétel To Aoyiopuikd tov OCT.
Ye acbeveic pe dvotpoeieg g wypdc/CD/CRD, 1 IS/OS cvvifmg eaiveton va Aginet

610 KEVIpO 1) o8 0AGKANPN TV mEpLOYH ™G wxpdg. > T

2mv mapovoa PeAET,
VIoAOYioTNKE T0 OPOVTIO UNKOC TNG KEVIPIKNG eptoyng Omov Aginer n 1S/OS otnv

Katmyopio.  avt] woBncewv. T v koAdtepn  avayvopion g IS/OS,

YPMNOLOTOMONKAY EIKOVES GTNV KAILOKO TOV prl.m

A C el &, TF

S e o RCEA) IPL+RGC

INL/OPL

" ELM
— RpE

complex

1S/0S

Ewéva 2.5.4. dotoypapicg Pvbod (a kot b) tov AO acbevovg pe RP. Toun mov
eMmoen pe to Spectral-domain OCT (C) kot ovTiotorel 6T AELKN YPOUUT TOV
Qoivetal oTo gkovidlo a. Metpridnke to punkog g ypauung g I1S/OS junction otnv
neployn mov opiletar amd TIg drakeKoppEveS ypapupés. Ewova oe ueyébovon (d) tov
onueiov 6mov 1 I1S/OS junction line mavet va eivon opatr. 1PL: inner plexiform layer,
RGC: retinal ganglion cells, INL: inner nuclear layer, OPL: outer plexiform layer,
ELM: external limiting membrane, 1S/OS: inner segment/outer segment junction,
RPE: retinal pigment epithelium.
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Kot ota 600 mpotdkoira n cdpwon €yve pe oplovtieg TOUEG OV SEPYOVTAV
amd to KEVTIPO ™G oypds. o xdbe oeBaApd emAéybnke pio toun oamd kdaOe
TPOTOKOAAO, €KEVI] TOL MTOV KOADTEPA EOTIAGUEVN] OTO KEVIPO NG OYPAS Kot
TapdAAN A giye KavomoinTikn Toldtta onpatog (>7).

O1 peTpnoeig Tov Tayovs Tov apPPANGTPoEW0vS TV acdevav pe o SD-OCT
ocvykpidnkav pe exeiveg 62 opBaipdv amd 31 vy dropa, 17 yvvaikeg kon 14 dvtpeg,

niiog 11-77 etov (median: 58 ).

2.6 HAekTpo@UGW0AOYIKOS £AEYYOC

2tovg  aobevelc  mov  ovppeteiyov oty peAétn  OtevepynOnke
NAEKTPOPLGIOAOYIKOG EAeyyog pe tn ovokevry EP-1000 Pro & Multifocal, 3.0.2
version, (TOMEY GmbH, Erlangen, Germany) (ewoéva 2.6.1). H televtaio eivor
evappovicpévn pe ta tpdtuma g 1.S.C.E.V ko mepirapfavet:
a) 06Lo tomov Ganzfeld, 6mov TpoPdarietor To onTikd pébicpa,
B) e&mtepikn 000vn CRT 217 yo v kataypaer VEP / multifocal ERG,
Y) evioyvti onfuatog P2CH (2 kavala),
0) NAEKTPOVIKO VITOAOYLIGTH, 6TV 006VN TOL 0TOioL TPOPAALETOL 1] KUUATOLOPPT] TOV
Katoypa@opevoy onpatog. To Aoyiopkd TG GLOKELNG TOPEYEL TN duvatdTNTa
TEPAUTEP® OVAAVOTG TOV CNUATOC.

O g€etdoslg mpaypatomomOnKay oe €101KE SIUOPPOUEVO YDPO, GKOTEWVO

Ko NAEKTPIKA LOVOUEVO.

Ewéva 2.6. H cvokev] niektpopucioroyiog EP-1000 Pro & Multifocal (TOMEY,
Germany).
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2.6.1. Full-field HAT
H e&étaon mpoayparoromdnke ocvppwva pe ta mpdtvma g |.S.C.EV

(2008).3  Xpnowomomifnke ocbomua Miextpodiov  kotaypopfic Tomov DTL
(TE-1000 electrode, TOMEY, Germany)(ewkova 2.6.1). Kabe tétolo miextpodio
nephappver ayoyyn tvo cuvolkol pnkovg 80m mepimov, and v omoia Alya cm
ypnoonowvvtar Yy Kabe e&étaon. To tunua ovtd g ivag TéRvETOL KO
amoppinteTol HeTd T0 TEAOG TG S1OIKAGTOG.

Ta niextpddio KaTaypaens, £va yio ke opBaiud, tomobetohvtav oe emapn
pe 10 PBoAPikd emmeeuvkdta, 66O TO SLVOTOV MO KOVTO GTOV KEPATOEWN. O TOTOG
avTdg NhekTpodiov yivetar moAd kadd avektog amd tov e€gtalduevo, yopic va etvar
amopoitnTn M ¥PHON TOMKOV avorsOntikov. EmmAéov, 6tav tomobetnfodv cmotd, ta
GLYKEKPLUEVA NAEKTPOSL YapaKTNPILovTaL amd YOUNAES NAEKTPIKES OVTIGTACELS.

Ta nAekTpdda avagopds TomobeTovVTAY KPOTAPIKA KAOE 0@BuALOD, KOVTA
0610 ¢€® OplO TOL KOYYOV, GE EMAPN WLE TO OEPUM, TO OMOI0 TPONYOLUEVOS ElxE
kabapiotel pe €10ko6 gel anorémong (Nuprep Skin Prep Gel, Weaver and co., CO,
USA). 1 petalAKn ETQAVELD TOL NAEKTPOSIOV, 1| OTTOlo EPYOTOV GE EMOPN WE TO
Oépua, TomoBeTOoVVTIOY TOGOTNTA EOKNG TACTAG TOV OVEAVEL TNV Oy®YLOTNTA
(Ten20 conductive paste, Weaver and co., CO, USA).

Téhog, TO mMAektpddio ¢ vyelwong Ttomobetodviav o©10 AoPio  TOL
0e£100/0p1oTPOV MTOG, HETE amd KATAAANAO KaOaPIGHO TOL GEPUATOG KOl EPUPLOYN

AYDYUYNG TOGTAG.

Ewova 2.6.1. To chomuo niektpodiov tomov DTL mov ypnopomombnke yuo v

kataypaon full field ERG, pattern ERG «at multifocal ERG.
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Amopaitntn mpodmdbeon yia v kataypoaen HATD ntav n emitevén otabepov
avVTIOTACE®Y OA®V TV NAEKTPOdinv, ueyébovg <SKOhm. Ot kopeg Tov e€etalopévon
ntav anapoitmto vo Ppickoviol 6€ TANPN podpiact. AUESMG HETA TV TOToBETNON
TOV MNAEKTPodi®V, axolovbovoe TOPaUOV] TOL AcHEVOUG GE GKOTEWVO YMPO Yo
TovAdyotov  30min. Xty mepintwon mwov Kdamowog ooBevic eixe vmoPAndel
TPONYOLUEVMG GE TOPATETAUEVT EkBeoN G€ dLVATO PG (Y. PwToYpaPia PvBov), To
HAT mpaypotomotodvioy Tovddyiotov 2 dpeg apyoTepal.

H 6iéyepon tov apeifinotpocidong ywvotav pe full field (Ganzfeld) tpomo, pe
™ Ponbea g oeaipag tomov Ganzfeld tng ocvokevng xataypaensg. To HAT
aeprhappave 6 dodoikés aravrioers: o) dark-adapted 0.01 ERG, B) dark-adapted
3.0 ERG, vy) dark-adapted 10.0 ERG, o) dark-adapted 3.0 OPs, ¢) light-adapted 3.0
ERG [rponynnke mposappoyn oto eac (30 cd.m?) didpkelac 10 rentdv], ot) light-
adapted 3.0 flicker ERG.

Ta petoAlkd tunpoate Tov NAEKTPodimV, To OToilo £PYOVIOL GE EXAPN WLE TO
oépua, omoAvpaivovtayv kale @opd pe Swivpo obavorng. EmumAiéov, yia v
amoPLYN TVYOV HOADVoE®Y, YvoTay epdmal evotalaln kolAvpiov tobramycin 3mg/g,
netd to téhog kébe eE€Taomg.

e ka0e kataypoeny HAIT vroroyiomkav, pe tn Porfeia Tov AOYIGUIKOV TG
GUOKEVTNG, TO VP0G Kt 0 YPOVOG UEYIGTNG avATTLENG TOV KOUOTOG O KOl TOL KUUOTOG
B, v Oleg Tig amavtioelc ektog twv Oscillatory potentials. Ocov agopd ta
teAevTaio, HeTpNONKay o) T0 AOPOICUA TOV EVPOVS TV TPLOV UEYOAVTEP®V BETIKADV
enoppdtov P1, P2 kot P3 xon B) o ypdévog amd v mpofoin tov epebicpatog Emg tnv
Kopven tov P1. To gvpog kdbe endppotog petpnnke amd v TponyoHUEVN OpVNTIKY
kopven. Ta amoterléopoto tov acBevov adtoloyndnkav pe PBdon Tig aviicToryeg
TIEG Tov mposkvyay amd v e&€taon 15 gucsloroyik®dv atopwv (9 yvvaikes kot 6

avtpeg, nhikiog 10-66 etdv, pécog 6pog: 45 £tm).

O poérog tov FIERG otn dibdyvmon kol Kotnyoplomoinon v dveTpoPLOdv
oV mapovoa epyacio NTav kabopiotkos. [epumtmdoelg 6mov vnpye kabvotépnon
o010 o kOopo i oto o ko B xopo oto fFERG Oeswpnibnkav otL avtictoyobv ce
dvotpoeio. mov TPOGPAALEL ddyLTO TOVG PWTOLTOJ0YELS. Otov 01 GAAOIDGELS
emnpéalav meEPIocOTEPO TIG AMOVINGES OTOL Kuplapyovy to. pafdia (dark-adapted
0.01 xou dark-adapted 3.0 ERGS) oe oyéom pe ekeiveg 6mov Kuplapyei to ovoTHUO
tov koviov (light-adapted 3.0 ERG), 1é0nke n didyvoon g dvotpoiag papdimv-
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Koviov. Xmmv avtiotpoen mepintwon Omov ot ardowwoelg oto fFERG rrav
neplocotepo epeoaveic oto light-adapted 3.0 ERG, té0nke 1 didyvwon g dvotpopiag
KOViov-pafdiov. XTIC TEPMTMOGES OOV Ol OMOAVINGCELS TOV KOVIOV NTAV GOO®OS
TaBoAoYIKEG, eV eKelveg TV pafdiov MTaV PLGIOAOYIKEG 1| GYEOOV (PLGLOAOYIKEG,
T€0nKe N dSdyvmon e apryovg (S1ayvutng) SveTpoPio KVIimy.

Y& acbeveic omov to fFERG ftav @uctoloyikd N epedvile datapayn mov
aPOPOVCE TEPICCOTEPO TO EVPOG TAOV KLUATOV KOl OYL TOLG XPOVOLS UEYIOTNG
avantuéng, 1€0nke 1 d1dyvoon dvetpodiog Tov TPOSPAALEL (TOVAGYIGTOV TN GTLYUN
g e€étaomng) pia eviomopévn mepoyn -cvvnlmg TV @YPA- Kot Oyl dudyvTe TOV
apepAnotposdn. Xtovg acbeveic avtovg, N ddyvmon otoryelofetnOnke meportEpm
ue ) Ponbeto Tov pattern 1/xan tov multifocal ERG.

Télog, otovg aoheveic ekelvoug OOV 01 GKOTOTIKES AmAVTNOELS ENNpedlovTay
otoVv {010 Pabud pe TIg POTOMIKES 1) KO 01 VO KATNYopieg NTOV EEMPETIKE LELOUEVES
£0¢ ofnopévec, M dPoptkn O1dyvmon HeTaEd g odyvng dvotpoiag paPdimv-
KoOViov kot ¢ dvotpoeiag koviov-pafoiov ompiynke oe peydro PBabud oto
OTOUIKO KOl  OIKOYEVELWNKO 10TOPIKO TOL 0cbevolc, oTOL ELPNUATO TOV AOUTDV
NAEKTPOPLGLOAOYIKOV Kot GAA®V eEethoemv kabmG Kol GTo EVPAUATO OO TNV

e&étaon ovyyevav ot onoiot emiong epedviiov ™ voco.

2.6.2. Pattern HAT

H xotoypoaen pattern ERG (PERG) éywve obppova pe tig odnyieg tng
1.S.C.E.V (2007).%”® Xpnowonomifnke o id1o¢ T0mog nhektpodinv 6mme oto full field
ERG (1o miektpddio avtd dev oAloidvovy TV moldtnta NG €KOvVog) Kot 1
tomofEtnon| tovg otovg acheveic £yve Katd Tov 110 akpiPog TpoTo.

H e&étaon mpaypotomombnke yopic pvdpiaon. Ov acbevelg, oOtav Mtov
amopoiTnTo, EOPOLGOV TNV KOVTIVI] Tovg Owpbwon (n o86vn mpofoAing Ttov
gpebdioparog aneiye 30cm and Tovg 0pBaipove). H mpayuatomoinon tov PERG éywve
SOEOaALLN, EKTOC OO TIC TEPITTMGEL OOV VINPYE OTPAPIGUOC I popia (omdTE KAOE
0BG eEeThoTNKE EEXOPLOTAL).

[Tpwv Vv mpaypatonoinon tov PERG, o e&etaotrg e&nyodoe otovg acbeveig
0Tt mpémel va  Olatnpovv otabepr] TPOCNAMOT, ATOPEVYOVING TOVUG GLYVOVG
Brepapiopots. Emedn to PERG givan éva modd pikpd onua g td&eme tov 2-8uV
KOL 1 KOTOYPOPT] TOL £IVOL TEYVIKA QTOITNTIKY, TPOYUATOTOWONKAY 2-3 EXAVOAYELS

v KaOe e&étaon, dote vo emPePfaiwbei n eykupdTNTO TOL ATOTEAECUATOG.
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H g&éraon npaypoatonomOnke pe pattern reversal epébioua. Xpnowonomdnke
aompouovpn okakiEpa dwnotdoewv 14,5 X 19,3cm oe amdotacn 30cm, n omoia
KatalapPaver mepimov 13,6° tov omtikod mediov. To péyebog twv TETpAYOVOV NG
okakiépac nTav 0.76°. To contrast tov gpebicpatog nrov 100%.

[a kaBe kataypaen vmoAoyiotnkav, pe ™ Pondeio Tov AOYIGHIKOV TOV
UNYOVILLOTOG, TO €VPOG KOl 0 ¥POVOG UEYIOTNG avATTLENG TV emapuatwv N35, P50
kot N95. H g&étaon pe PERG éywve otoug acbeveic pe mbavr didyvaon dvetpopiog
g oypas. E&apédnkav ta dtopa pe omtikny ofvnta <0.05, ta omoia advvatovoav
va  avayvopicovv 10 onueio mpooniwong. Ta amotedéopota TtV acbevav
ocuykpiOnkav pe ekeiva 10 @uoloroyik®dv atdpmv mov vrofAndnkav oty 1o
e&éraon. Enpokerro yuo 6 yovaikeg kot 4 dvtpec, nlkiag 10-66 etav (uécog dpog: 44

£€m).

2.6.3. Multifocal ERG

H Myn moiveotiokdv HAT éywve odupwva pe ta mpotvra g |.S.C.E.V
(2007)."° To &idoc t@v mAekTpodiov mov ypnowomomOnkav kot o TpOmoC
tonoBémong tovg Mrav opown omwg oto full field ko oto pattern ERG. Ot
eEetalopevorl giyav mponyovpévmg vofAndel oe evotdialn pudploTikdv KoAlvpiov,
pue okomd TNV emitevén péyiomg pvdpioonc. Emumhiéov, mopépevav oe ovvndn
QOTIoNS dopaTiov Yo TovAdytotov 15min mtpv v e€€tacn (60MIN 6TIC TEPITTOGELC
omov &iye mponyndei £kbeon og éviovo pmG).

Katd ™ owbpkeln g e&€taong, ov acbeveig @opodoav v amapaitnm
dwbractikn d16pBwaon. To gpébioua mpoPfouridtay oe emtepikn 006vn tomov CRT
ue ovyvotnta 63Hz kot arotelovvray and 61 e&aymvikd oyquota. H amdctoon g
006vng amd Tovg 0eBoAnoLg NTov 28.6CM, emouéveg to gpébiopa KoTaAdppove
cvvolkd 27.7° ontikov mediov. H e&€taon mpaypatoromdnke Eeympiotd yio KdaOe
opBaiud, Eexvavtog mavtote amd to 6e10. Katd v kataypaer tov MfERG, o
TePPAA®V QOTIGHOC NTay Tepimov 40 LuX.

O ovvolkdg ypdvog Kataypoens Owupébnke oe  UIKPOTEPO TUNUATO
(emavaAnyelg) oldpkelog mepimov 35SeC, dote va dfvetar 1 dVVATOTNTO GTOVG
acBevelc vo avamavovior €0¢ TNV emavekkivinon g koataypaens. Emumiéov, ota
LEGOOLOGTNHOTO OVTA, 0 EEETOCTIG UTOPOVGE VO EAEYEEL TNV TOLOTNTA TNG TEAELTALNG
KATOypaenG Kot vo TNV omoppiyel oe mepintmon mov 1o ékpve amopaitnto. To

GUVOAO T®V EXOVOAYEDV NTAV TOVALIGTOV 8 Yo kGOE 0QOAAUO.
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H dwmpnon wavomomtikng kot otafepnc mpoonimong and tov eEetalopevo
givol kaboprotikng onuaciog yioo T Ay aéwomotov MFERG. T to Adyo awrtd,
eEnNyninke 6TOVG CUUUETEYOVTEG 1| GTTOVAOLOTNTO TG GTAOEPNG TPOGNAMONG KOl O
e€etaotg mapotnpovoe Tov acbevry kob’ OAn TN Sdpkewn NG KATAYPOUPNG,
mpokeévo va BeformBet yo tnv motdtnta TG TPOSHAWGONC.

A&oloynnke 10 GUVOAO TV KLUOTOUOPPOV OV TPOEKLYAYV Omd KaOe
0POOAUS, DOTE VO EVIOMIGTOVV TEPLOYES TOV KEVIPIKOV AUPIPANCTPOEOOVS e
puetwpévn  Asrtovpyio. Me 1 Ponbeir TOL  AOYIGUIKOD  TOL  UNYOVILOTOC,
VIOAOYIGTNKOV TO €VPOG Kot 0 ¥pOVOG HEYIGTNG ovamTLENG TV emapudtomv N1 kot P1
v kéBe empépovg eaywvikn meployn Kabdg Kot o pécog Opog AVTAV, TOL
AVTIGTOYEL OTNV TTEPLOYN OV KATAAAUPAVOLY GUVOAIKA Ta 61 oynuata. EmimAéov, Ta
AMOTEAECUATO OUOOOTOMONKOY O TEVTE TEPLOYEG: MOl KEVIPIKN KOl TECCEPLS
OHOKEVTPOLG dAKTLAIOVG Ot omoiot Tnv mepidrlovv (swkova 2.6.2). o kabe pio amd
TIG TEPLOYES AVTEC, VITOAOYIGTNKE O LEGOG OPOG TOL XPOVOL EUPAVIOTG KOt TOV E0POVG
g P1. To televtaio, dtav daipeitan pe v em@avelo amd TNV Omoio, TPOEPYETOL,
TPOKVTTEL vl VEO PEYEDOC TOL AVTITPOCMOTEVEL TNV TUKVOTNTO TMV ATOVICEDV
(response density), petpiétan oe nV/deg® kat ypnoyonoteitar evpéng 6TV KAVIKY

NAEKTPOPLGLOAOYIQL.

Ewova 2.6.2. To Loyiopukd Tov Unyoviuotog TopExet T duvatotnTo doipeons g
oLVOMKNG TepLoyne mov katoroufaver to MFERG (30° mepimov) oe 5 empépoug
meploy€c: o kevipikn Kot 4 daxtvAiovg (apBpoi 1 €wg S - d0popeTIKA YPOUATO GTO

oynua). Ot amavincelg Tov Tpoépyovtot amd kabe teployn avaidovtol EexmploTd.
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e g&graom pe molveotiakd HAT vrofanOnkay:

o) mAoKOVTEG Omd OdyVTES SVOTPOPIiES TOL AUPPANCTPOEDOVS, DOTE Vo
eEaxpifmbel N coppeToyn TOL KEVIPIKOV AUPIPANGTPOEDOVG,

B) mhoyovieg amd dLGTPOPies TG WYPAGC, VIO TNV OKPPECTEPT, TOTOYPUPIKY
HeAETN TG AetTovpyiog TG OYPAS Kot

y) dropa pe omtikry o&vmra >0.05, to omoia elyav 1N dvvordTNTA
TPOCAMGONG GTOV OVTIGTOLYO GTOYO.

Ta anotehéopata cvykpiOnkov pe ta avtiotorya 10 puoioroyikdv atopmv (5

dvtpeg ko 5 yovaikeg nAkiog 31-73 e1dv, pécog 6pog: 45 &n).

2.6.4. HiektpoooOoinoypaonuo

H g&éraon pe HOT mpaypatomomndnke kuplng o mepmTmdoels vroyiog vosou
tov Best 11 AekiBopopeng dvotpopiag tov evniikwv, cduewva pe to Standards g
1.S.C.E.V (2006).%* XpnowonomOnkav deppatikd NAEKTpdO0l OTMG Kol KATO TNV
e&étaon pe VEP (swova 2.6.3). To niextpddio kataypagng tomobetovviay Kovtd
oToV €00 KOvOO KdBe 0POOALOD KOl TO NAEKTPOSIO AVOPOPES KOVTOL GTOV OVTIGTOL(O

€€ kav0d. To nAekTpodto g yeimong TotobeTobvtay 6to AoPio evOg ek TOV OT®V.

Ewova 2.6.3. Ta deppatikd nAEKTPOSIO TOV ¥PNCLUOTOMNONKAY V1oL TNV KOTAYPOPT|

HOI «ou VEP.

Ot aoBeveig Tapépevay 6e cuvnON EOTIGUO dwpatiov yio ddoTnua TEPiTOV

plag opag mpwv v e&étaon. Ot Vo oeBaipol eEetdloviav Tavtdxpova. Ot KOpPES
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Bpiokovtav ot péyiotn dvvarn podpiocn. Metd 1o t€hoc g e&€taong, ywvotav
TPOGEKTIKY EMIOKOMNGY TNG KLUOTOMOPENG Kot Tpomomoinorn (0tav kpvotav
amopaitnto) tng 0éong oOmov eiyov ovtopate evtomicBel omd TOV MAEKTPOVIKO
vroloytoty to light peak xou to dark trough (dote vo amopevybei ecpaipévog
vroAoyloudc tov deiktn Arden). ‘Enetra, vroloyldtav o deiktng Arden yio ke
opOaApno pe t Ponbeia tov Aoyopkod Tov unyoviuotoc. Ievikd, twéc >2.0
Bewpnnov @uoloroyikég, Twwég <1.5 moboloyikéc, evd evOIAUECEG  TUUEG

BepriOnkay oplakéc-apeiforec. '

2.6.5. Hpokintd dvvoukd viokov Lofov

H e&€raon pe mpokAntd dvvopkd TporyLatomo|OnKe 6TIC TEPUTTAOGELS OOV 1M
Ol0opIkn O1dyveon TePAAUPOVE TIC VOGOVS TOV OTTTIKOD VELPOL, CUUPOVO UE TIC
oonyieg g I.S.C.E.V (2009).'08 Xpnowomomdnkav deppatikd nAektpddia, ta omoia
tormofeOnkav oe kabapd dépua (mponyndnke mpostoyacio pe gel amoAémiong
Nuprep), agov gpoproctTnke 6€ owTd €101k oydyun maoto (Ten20). H torobétmon
TOV NAEKTPOSIOV KATAYPOENS Kot avaeopdg £ytve cOpeova e to Aebvéc 10/20
ocvotnpa (PAéne eloaywyn). To niextpodio g yeiwong tonobetOnke oto Aofio evog
EK TOV OTOV.

To gpébiopa mpoPfarridtav oe eEmtepikn 006vn CRT dwotdoewv 30 X 40 cm,
mv omoio 0 acBevig éPAeme amd amdotaon 80cm (kataAiduPave 10.6° omtikov
nediov). Katd v xataypaen VEP e pattern reversal, to mpofailopevo epébiopa
glye T HOPOT ACTPOUAVPNG CKOKIEPOS, TO TETPAY®VA TNG omoiag elyav péyeog a) 1°
kat B) 0.3°. KéBe opBarpndc e€etaldtav Eeywprotd Kot o deE10¢ opBaipdg mhvtote
TpdToc. Ag ypnowwomomOnke pvdpiaon. Ov acbeveic @opodoav v KaADTEPN
SbAacTiKr d10pBwon yia ) dedopévn amdoTao.

Ta amotedéopato g e&étoong tov acbevdv pe TPOKANTE  duvopikd
aSoroynOnkav pe Paon ta avtictoyo 10 euolorloyikdv atdép®Y (N ovTH Opdda

atopmv mov vroPAndnke oe PERG).

2.7 Mop@oroyIKEC-AEITOVPYIKEC GUGYETIGELS

MeletOnke 1 ox€0N HOPPOAOYIK®V YOPOKTNPIOTIKOV TNG TEPLOYNG NG
oypdc pe Aettovpyikd. Ewdwotepa, diepevvidnkoav mbavég cvoyetioelg LeTasd TV
gupnuatov ard to OCT kot

o) TG OTTIKNG 0EVuTNTOG,
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B) Tov gvpovg Tov kvparos a oto light-adapted 3.0 ERG, oto omoio
GUUUETEYOLV G€ PEYEAO PBabud ot poTodTodoyels (Kovia),

Y) Tov gvpovg tov 30 Hz flicker ERG, mov avtovakid tn Asrtovpyio tov
KOVIOV,

0) tov Yyovg ™g P50 kopuvong oto pattern ERG, mov avtovoxkid
Aettovpyia TG ®YPAG Ko

€) NG MUKVOTNTAS TOV amaviiee®v P1 6to MERG, cuykekpyéva: o) otig
neployés 1, 2 ko 3 oto MFERG, ot omoieg avtioTtoyodv adpd 6TV KEVIPIKY TEPLOYN,
61OV €60 0aKTOAMO Kot 6Tov £Em daxtOAo Tov OCT, kan B) oe oAdKANPT TV TEPLOYT|
nov kataAappaver to mfERG.

Oocov agpopd otig tapapétpovs tov OCT, emdéyOnkav exeiveg Tov Tposkvyay
a6 to SD-OCT, emedn: o) m pétpnon Tov @AXOVG TOL  OUEPANGTPOEISOVG
neplhapPdvel Kot 10 €@ TUNUO TOV QOTOVTOd0YXE®V Kot PB) eivar dvuvar 1
emokommon g I1S/0S. Ta yapaktnpiotikd avtd tov petpioswv pe 1o SD-OCT givat
woitepa ¥pNoIe OTay TPOKELTOL Yol VOGOLS TOL OPOPOVV TPMOTIGT®MS TN oTPAO
TV QoTobmodoyéwv. Ot TopAUETPOL TOL YpNolHoTomOnKay 7y T HEAETN
ocvoyeticemv doung-Aettovpyiag Nrav ot e&ng: CST, CAT, CV, 10 unKog g yporung
g I1S/OS 1 n opldvTia €kTacn TG TEPLOYNG OTTOL VTN AEiTEL.

"o t1g ovoyetioelg mov agopovcav to OCT ko to MFERG, vroloyiotnke 10
HEGO apPIPANCTPOEOIKO TAYOG o€ KAOE Evay amd Tovg 0V0 OUOKEVTPOVS SUKTLVAMOVG
tov OCT mov mepiBdArovv v kevipikn mepoyn tov ETDRS. To méyog oe xébe
OOKTOAO0 TTPOEKVYE OO TIC TWES TAXOLG Yo TIG 4 EMUEPOVS TTEPLOYES OTIG OMOLES
aVTOg dlatpeital, ol omoiec mapéyovral omd 1o TpmTOKoALo macular cube 512x128.

[a ) depedvnon mbBavav cvoyeticewv ypnopomomdnke Evag oPOaAUOG
amd Kabe acbevr), ®GTE ALT Vo UV emnpedletatl amd TVXOV GLGYETION HETOED TOV
gupnudtov aplotepol Kot 6e&00 opBaipov. Emiéydnke o 0e10¢ o@BaAnog Kat, o€
MEPUITAOGES OMOV aVTOG OEV TMANPOLCE TO KPUINPO EGAYMOYNG OTN  UEAETN,

yPNoLoTomOnKe 0 aplotepOS 0POAAUOG.
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3. XTATIXTIKH EINIEZEEPTAXIA

Ta dedopéva mov axorlovBovv katavoun 1 omoia mpoceyyilel v KavovViK)
napovolaloviar g uéon Tun £ otabepn amdxhon (meantstandard deviation, SD).
Ta dedopéva Tv omoiwv M Katavopr 0ev Tpooceyyilel TNV KOVOVIKY Tapovctdlovtal
o¢ median kot interquartile range (IQR). I'w v obVykpion tétowwv dedouévmv
HeTAlD  OlOPOPETIKOV OUAO®V  ATOU®MV, YPNOCLOTOWONKOV U  TOPOUETPIKEG
dokipacieg kot €0koTEPO. To Mann-Whitney U test. Ocov agopd o11c cuoyeticelg
(correlations) peta&h 600 ocepdv amd dedouévo, TPONYHONKE EMOKOTNON TOV
avtictoy®v daypappdtov dtucmopdg (scatter-plots) kot avdAoyo vwoAoyionKe ToO
Spearman’s rank correlation coefficient. To eminedo GTATIOTIKNAG ONUAVTIKOTNTOGC
opiotnre g P<0.05 (extdg e@v e&nyeiton 0Tt Eyve drapopetikd). H emelepyacia tomv
dedopévav mpayuatorombnke pe to mpdypappo Predictive Analytics Software
(PASW) Statistics 18.0, (SPSS Inc., Chicago, IL, USA).
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AITIOTEAEXMATA

Oyddvta tpeig (83) acbeveig (166 opBaipol) o1 omoiol TANpovCAV To KPLITHPLLL
E100YWYNG OTN UEAETN €EETAOTNKOY COUPOVA UE TO TPOTOKOALO. H katavour tov
TacYOVIOV pe Bdon Tov TOmo Kataymyng Toug Ntav 1 eéng: 56 dtopa (67.5%) amd tov
voud loavvivov, 12 (14.5%) and tov voud Oeomportiog, 8 (9.6%) and tov vouod
Aptog ko 7 (8.4%) amo tov vouo IpéPelag. O acbeveig avrkav oe 59 dapopeTikég
OlKOYEVELEG.

Amd 10 odvoro tev 83 acbevov, 25 (30%) eiyov omtikny o&vtnta (otov
KoAvtepo opBaApd) <0.05 ko 18 (22%) eiyav omtikny o&vmra <0.025, dniaodn
TPOKELTAL Yot ATOpHO TVPAL, SOUP®VO e TNV oyvovco vopobesia. Ot acBevelg pe
ONUAVTIKE peEWpEVN Otk o&VTNTa advvatodoav vo avtameSéAbovv oe Oleg TIC
eEetaoelc mov MPOEPAETME TO TPOTOKOAAO, HE OMOTEAEGUO UIKPOTEPOG aplOuodg

acBevov va coumeptAapBavetol oto TEMKE AmTOTEAEGULATO.

1. KATHI'OPIONIOIHXH ANAAOTI'A ME TO EIAOX THY AY2XTPO®IAX

v mopovoo perétn, 34 acOeveic (41%) Ppédnkav vo maoyovv amod
REAOYYPOOTIKY]  GuPIPANCTPOEIOOTADEID KOl  «OULVOPEIS)  OLOTPOPiES
(dvoTpo@ics pafdiov-koviov), 25 (30%) amd dvoTpoPiss KOVIOV 1)1 KOVi®v-
pafdiov kot 24 (29%) amd dveTpogics TS Oypdc. H yevikn avt tagvounon tov
acBevov Kabdg Kot 1) EMUEPOVE KATNYOPLOTOINGT avAAOya Le TNV aKpPn) dvetpoeio

amd v omoia Bpednkav va mdoyovv tapovcidlovtal otov mivaka 1.
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IMivaxog 1. Ta&wvounon tov achevov avdroya pe o i60¢ TG dSvoTpoeiag.

A. Avotpogigg papdiov-koviov

AYXZTPO®IA AoBeveig | %
Xvvoro 34 100%
Tomkn RP 15 44%
Atvmn RP 7 21%
>ovdpouo Usher 8 23%
AAeg popoéc suvdpopukng RP 3 9%
Yvyyevig apovpoon tov Leber 1 3%

B. Avotpogies koviov 1] koviov-pafdiov

AYXTPOO®IA AcOeveic | %
Xovolro 25 100%
Avctpogia Koviov 3 12%
XHvopopo duoAettovpyiog
Koviov 1 4%
Avotpopio koviov-pafdiov 21 84%
I'. Avotpogisg e oypag
AYXTPO®IA AcOeveic | %
Xvoro 24 100%
Tomun vooog Stargardt 3 13%
Avotpopia Pattern 6 25%
Nocog tov Best 1 4%
Avetpogia tomov Stargardt 14 58%

Me tov 6po «dtomm RP» meptypdooviol mepmtdoel OTov 1 KAVIKY €1KOVa

OEpepe amd TNV KAUCIKN TG HEAXYXPOOTIKNG QUOPANGTPOEOTADENG, OGTOCO O

NAEKTPOPLGIOAOYIKOG EAEYYOG aVEDEIEE dlaTapoy TOL TUTOL POPdiOV-KOVIOV Kot
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TOPAAAN AL TO 16TOPIKO TOL 0oBeVODG amEkAele AAAEG 0POUAUIKES dtaTapayEs (EKTOG
™G SVoTPOPING).

e poMg 3 dropa tébnke 1 d1dyveon ¢ «Ttumikng» vocov tov Stargardt, mov
KANPOVOUEITOL KATA TOV OUTOGMUIKO VITOAEWOUEVO TpoTo. Evdiapépov mapovasialet
TO YEYOVOG OTL TEPIGGOTEPOL AMO TOVG UIGOVG acbevelg pe dvotpoeio TG YPAg
émacyav ond voco «tomov Stargardty» (Stargardt-like dystrophy). v mapovoa
gpyocia, 0 6pog aVTOG TEPILOUPAVEL TEPITTAOGEL VOGOV EVIOTIGUEVNG OTNV O)PA, 1
omoia ToPoLGLalel OpOOTNTEG OAAG KO CNUAVTIKEG SLOPOPES ATTO TNV «TVTIKN» VOGO
tov Stargardt, evd mopddinia 1 Pubookomiky ewkdva dopépel kar and v pattern
dystrophy. TIpokertor mbovdg yioo ovtotnteg oTIc omoieg Exovv amodobei ot €€Ng
yopoktnpiopoi ot PipAoypaeio: dominant Stargardt’s dystrophy, chromosome 6
maculopathy, atrophic macular dystrophy, bull’s eye maculopathy, Stargardt-like
dystrophy «.o.

2. TENIKA XAPAKTHPIXTIKA TON AYOENON - YYXTHMATIKO/
OPOAAMOAOI'IKO IXTOPIKO

H péon nhkia tov acBevov mov cvppetelyov ot pedétn nrav: 43 + 20 ém
(e0pog 9 émg 85 €tn). And avtovg 40 (48%) Ntav avtpeg kot 43 (52%) yovaixec.
Ocov agopd ™ yeVIKY Katdotaon TG vysiog tovg, 31 droua (37.3%) eiyav
elevBepo atopkd avapvnotikd. H Bapnkoio ntav to mo coPapd mpdPinua vysiog
v t0 8.4% kot akolovBovoav: keporadyia-nuikpavieg (4.8%), 10Ttopikd aAlepyldv
(4.8%), aptnpraxn vréptaon (4.8%), avtodvooa voorpata (3.6%), kapkivog (3.6%),
Bupeoeidikn vocsog (1.2%), veppikn averdpkewa (1.2%).

[Tocootd 14.5% tov acbevov mapovsiole pikpod 1 peyoardtepov Pabpod
Bapnkoia. Xvykekpyéva, 9 dtopa (10.8%) eppaviav Nmog €wg pétprog BapvuTnTog
ammAgln akong, evad 3 dtopa (3.6%) émacyav ond Popld KOP®oN. And T0 GLVOAO
TOV aTOu®V pe TpdPAnua axong (12), 9 eiyav ovvépopo Usher, 2 RP ko 1 CRD.

Ocov apopd 10 0000AN0LOYIKO aVOEVIIGTIKO, 0VTO NTay €AeVLOEPO YO TO
85% twv opBoipmv (141 oe ovvoro 166). T'la to vwodroumo 15%, 10 Mo cLYVO
opBaiuoroyikd mpofAnua nToav to yravkopa (3.6%). Akolovbodoav o otpafiondc
(2.4%) (0¢ ovumeprropPdvovior €dd ot acbevelg pe amoxiivovia otpafiopd eEontiog
NG OTOAELNG TNG OPOCTG OTO TAAIGLO. THG SLGTPOPIaG), | LYNAN woorio >6D (1.2%),
n Swpntkn apeipinotposidonddeio (1.2%), 10 o@Boipkd tpavue (1.2%), to
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16TOpKO aAhepyk®V emme@ukitiowv (1.2%). ‘Evag acbevig eixe potommybeica pnén
apeipAnotpoctdone AO ko €vag 0ebtepoc acbevng elye yeypovpyndel Adyw
PNYHOTOYEVOLG ATOKOAAN OGNS aPIPANGTpoELd0oS AO.

H mo ovyv owblooctikny avopoiioc 610 GOVOAO TV acHevedv MTav o
oOvOeTOC poomikog aotypaticpog (39% tov acbevav) kot akoiovbodoav o amkdg
womkog (20%), o amhog vrepuetpomikds (13%), n pwomic (11%) ko n
vreppetponio (2%). O ohvheTog PLOTIKOG OCTIYHATIOUOS TOPEUEVE 1 TO GLYVY
dloTapayn| Kot o€ OA To ETLUEPOVG EION TV SLVGTPOPIDV.

H péon tipn g evooeBaiog micong frav 13.3£2 mmHg (gbpog 9-21) yia to
oUVOLO TV acBevayv. OeTikd 16ToPtKO YAowkopatog elyav 10 acbeveig (9 opBaipol,
5.4%). Ot ovykekpuévol acBeveic émacyov amnd dvotpopiec papdiov-koviov: RP,
ovvopopo Usher kot cuyyevn apodpwon tov Leber.

EmnAéov, 65 opBaipol (42%) epeavilov katappaxtn 1 elyoav 1M vroAn0el
oe eméuPoon apaipeong Tov kot Epepay evoopakd. H cuyvotnta tov kotappdkn ota
dropo nAkiog <45 etov dyyle 10 19.5%. H mapovcia mpodipov katappdktn eatveton
va glval cuyvn oTig dvatpoieg pafdiwv-koviov, oe avtiBeon pe TiIc SuoTPOPieg TOL
evtomifovtar otv  oypd (mivokag 2.1). Emumiéov, ocvyv eivar n  mapovcia
Kotappdxtn o veapd dtopa pe dvotpopia Koviov-papdiov, eved de @aivetor va
1oYVeL 10 1010 Yo TIG apyeic dSvoTpoPiec KMViwV. X10 GUVOAD TV achevdv NAkiog

<45 ypovmv, 0 To cLYVOG TOTTOG KaTappaKTn NTav 0 0mictiog ToAKog (>10%).

IMivaxag 2.1. [Tocoot6 gppdviong katappdkn oe acbeveic <45 e1av, Yo KGO €idog

dvotpopiag.
RP | Usher |CD |CRD |STGD/STGD- | Pattern
like dystrophy | dystrophy
O@Oalpoi pe | 33% | 20% | 0% |18% | 11% 0%
KOTappaxTn
(% m0606710)
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Ewoéva 2.1. [Tepintoon mapapeinuévov katappdkn o€ acbevi pe LCA.

Tpoémog pe Tov omoio kKAnpovopsgitor n dvoTpoio

Me Baon 11g TAnpoopies amd 10 YeVEAAOYIKO dEVTPO KAOMDS Kol ToL ELPTLLATOL
amd TV €EETOON HEADV TNG OIKOYEVELNG KO GUYYEVAV, TPOGOOPIOTNKE O TPOTOG LE
TOV 0moio KAnpovopeitor 1 dvotpodio Yo kdbe aocbevny Eexmwplotd (mivokog 2.2).
Qot6c0, emeldn N perétn nepthapPave kot acbeveig - péAN 1oL 1010V YEVEUAOYIKOV
OEVTPOV, Elval MO OVTIKEWEVIKN 1 TEPLYPUPY] TOL TPOTOL KANPOVOLUKOTNTOS OvEL
owkoyéveln, kol Oyl ovd atopo (0e&ld othAn tov wivaka 2.2). ‘Etol, @aivetor 0t o
OVTOCOUIKOG ETIKPATNG TPOTOS KANPOVOUIKOTNTOG OEV €lvol GTNV TPAYHATIKOTNTO

1660 ovyvog 660 €potale va givar 6tav ot vmoAoyiopol apopovcav kdbe dtopo

EexwploTd.

IMivaxag 2.2. Katovoun tov d1dQopmv TpOT®mV KANPOVOUIKOTNTOS TNG VOGOV, Yol TO

oVOVOAO TOV 0.00EVDV.

Tpomog ApOpog a60evarv (%) | AprOpog owkoyeverdv (%)
KAMpovopkoT TG (cvvoio 83, 100%0) (cvvoro 59, 100%0)
AVTOGOMUKOC 11 (13.3%) 9 (15.2%)

VTOAEMOUEVOG

Avtocoukdc emkpatng | 30 (36.1%) 9 (15.2%)

dvAooHvoeTog 1(1.2%) 1(1.7%)

VTOAEMOUEVOG

Mepovopéveg 19 (22.9%) 19 (32.2%)

TEPIMTOCELS

AyvmoTog 22 (26.5%) 21 (35.6%)




104

A&ilel €0 Vo TOVIOTEL TO GNUOVTIKO TOGOGTO HEPOVOUEVOV TEPITTOCEMY
(simplex cases), onAadn atdéuwv oto. omoio, 1 AYN AETTOUEPOVS 1GTOPIKOD Kot 1)
eétaon twv cvyyevav dev avédelEav dAlovg mdoyovies amd ™ véco. To mocootd
avtd Oympiletar omd to €ficov VYNAO TOGOCTO achevdv OMOL O TPOTOC
KANPOVOLKOTNTAG TNG VOGOV dEV dVVATUL VO TPOGOI0PIGTEL, £iTE YTl o1 TANpoPopieg
and to 10TopKd eivan acapeic, €ite ywrli dev mpoonAbav yio. Eleyyo HEAN TOL
OLYYEVIKOV TEPPAALOVTOC TOV givar TOAVOV aKOUN KoL VO VOGOVV.

O tpdémoc KAnpovopkodTNTog Yoo KGBe katnyopio. SvoTPoPLdV EEXWPIOTA

nmapovctaletar otov mivaxa 2.3.

IMivaxag 2.3. Tpdmotr KANpovouKdOTNTAG Y1 TIG TPES KOPLEG KATNYOpieg SOLGTPOPLDYV

(6ideton 0 APOUOG OIKOYEVEIDV).

Tvmog Avotpo@iec | Avotpogieg Avoetpogisg

KAnpovokotnTog | pafoicv- KOVIOV/ NG OYpac
KOVIOV Koviov-pafdiov

AVTOOCOMIKOG 7 0 2

VITOAEWTONEVOS

AvTocOMIKGG 3 4 2

EMKPOTNG

DvLocHVIETOG 1 0 0

Mepovmpéveg 14 3 2

MEPUTTAOGCELS

AyvmoTtog 4 6 11

Hlkio gpedviong tng vécov

H péon nixio évapéng tov copuntopdtov g vOGou Yo T0 GOUVOAO T®V
acOevav frav: (median, IQR) 14.5 ¢, gvpog 8-29 &1, eaivetar vo mokilAel OU®G
ONUOVTIKA avdAioyo pe v emuépovg ovotpopio. Ewdwkdtepa, m péon miwio
EUOAVIONG TG Ovotpoeiag pafdiwv-kwviov Ntav 17 € (12-28), evd yu Tig
dvotpopieg kwviov Kot Koviov-papdiov frav poag 9.5 ém (6-16). Téhog, 6cov
apopd Tig dvotpoPieg TG WyPAc, M NAkia guedviong tng pattern dystrophy rrtav
Katd péso 0po 40 £t (35-64), evd tng Stargardt/tomov Stargardt 14 £t (10-28).



YOUTTONOTE KO o peio

Otav o1 acbevelg pomOnkav Yoo T0 GOUTTOUO PE TO OO0 EUPAVIOTNKE M

voc0og (cuviBm¢ cvumintel pe 10 GVUMTOUO 7OV OBe®Pohv CNUOVTIKOTEPO KOl
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AVOPEPOVY TPMTO) TPOEKLY OV 0L EENG AMOVTNOELS (Tivakag 2.4):

o) Meioon g kevrpukig o0paong: 34 dropa (41%)
B) Nvkroromio: 28 (33.7%)

v) ®6hwon g 6paong: 11 (13.3%)

0) AmtdAela TUHOTOG TOV onTikoV mtediov: 4 (4.8%)

€) Nvotayuoc: 1 dropo (1.2%)

Emmiéov, 5 acbeveic (6%) Oev avépepav kovéva cOUTTOHO: 1) VOGOG

avaKoAvEOnke oe tuyaio oeBaAiporoyikn eEETaon N G€ TPOYPAUUATIGUEVO EAEYYO

TOV GLYYEVIKOV TEPPAALOVTOG EVOC YVWOGTOU aoBevonG.

IMivakag 2.4. Kvplopyo oduntopa kotd tv guedvion g vOGov, Y TOVG

KLPLOTEPOVS TVITOVG SVGTPOPIOC.

YOUTTONO. PE TO Avotpogia Avotpooia Avotpogia

omoio ep@aviotnke | pafoicv- KOVI®QV- ay

1 vocog KOVIOV papoiov/koviov | (acBeveic,%)
(acBeveic,%) | (0o00eveig,%)

Meiowon 6paong 3 (8.8%) 17 (68%) 14 (58.3%)

Nukroromia 26 (76.5%) 1 (4%) 1 (4.2%)

O®ormon épaong 1(2.9%) 4 (16%) 6 (25%)

ATTOLELN OTTTIKOD 4 (11.8%) 0 (0%) 0 (0%)

nediov

Nvotaypég 0 (0%) 1 (4%) 0 (0%)

Kavéva ooprropa | 0 (0%) 2 (8%) 3 (12.5%)

X9volro 34 (100%) 25 (100%) 24 (100%)

[Mopatpel kaveig 6TL oty TAcoynoio (>75%) tov acBevav pe dvotpopio

paPdiov-koviov N vocog ekdniovetal apylkd pe dSvokoAio otn vuytepv Opaon.
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Qotoc0, vrdpyel éva mocootd >10% twv acbevdv, otovg omoiovg @aiveton va
TPOGPAAAETOL 1] KEVTIPIKT OpOGT VOPIG TNV TopEio TG vOGOv.

Ytovg acbeveig e SuvoTPoPieg TOLV APOPOVV S1AYVTO TO CVUGTNLO TOV KOVIOV
(ko Arydtepo N kaBoOlov ekeivo TV pafdiov) Kabdg kol o€ EKEIVOLS e SOLGTPOPIES
™G OYPAC, TPOESAPYOLY TO. GLUATOUOTO OO TNV KEVIPIKY Opaoct. 6TOCO KOVEIG
amd Tovg acbeveic aVTOVG OeV OVOPEPEL TN OVOKOAID oTnV Eyyxpoun O6poacn M ™
QOOTOPOPi0 MG TPATO COUTTMLAL.

H vuoktohomio o¢ oOduntopo oG KANPOVOUIKNG  dLGTPOQIag  TOL
apePANcTpoedovg eppaviCetor pdAlov cuyva: 59% tov GLVOAOL TV aGOEVOV NG
HEAETNG avapEpEL duoKoAia oTn vuytepvn Opaot c€ kdmola edon g {ong Tov. Av
Kol 1 TOpovcio ™G vuktoAomiog otovg mioyovies amd RP eivor xaBoiw,
evolapépov etvar 01t 13% tov acbevov mov mhoyovv amd KAmow GAAN Hoper|
dvotpopiag epeaviCovv eniong vuktodomnio. Emopéveoc, dvokoria otnv dpacn oe
ouvOnKeG YOUNAOL QOTIGHOY dg onuoaivel amapaitnta v Vapén dSveTPOPiog TOV
apopd kupimg ta pafoia. Emxiong, 1o countopa mov gppoviletor Tpmd@To Ypovikd oev
OTTOKOAVTITEL TAVTOTE TNV TPOYLOTIKY] GUOT] TNG VOGOU.

[Tocootd 13.3% (11 dropa) avépepe Katd v Tpmtn eniokeyn emToyies. Ot
acbeveig avtol mapovsialov EKPUAICT) TOV VOADIOLS GMOUATOG UN cvuPaty e TV
nukia toug kovny PVD. XZe xavévav wotoco dev Ppébnke mpooceatn pnén M
amokOAANoN auEIPANcTpoedovs. Tpelg amd Ttovg aobeveic avTOLG Elyov OTTIKY
ofhmra ion pe avtiknym kwovpévng yepdc. [pémer va onueiwbel 6T TOGOGTO
>50% T0V GLVOAOL TOV ACHEVOV AVEPEPE TNV TOPOVGIN POTOYLOV GE KATOL0 GTLYUN
™m¢g ConMg tov. To ovuntopa avtd NTav wWwitepa cuyvo HeTald atOP®V pe TOAD

YOUNAY] OpaoT) KO TPOYMPMUEVT VOGO.

BvO@ookomikn sikova-emtoypagia fvBod/ grovopoayyeroypagio

[Towidov Pabpod kot €ktaong OUEPANGTPOEISIKN ATpOPio. NTAV EUPOVIG
OTOVG TTEPIGGOTEPOVS 0POAALOVS. AT apPopovGE KLPIWG TV WP GTIC SVGTPOPieg
™G OYPAS KOl GTO OPYKO TOVAGYIGTOV GTASLO TOV OLVGTPOPLDY TOV KOVIMV. ZTNV
katnyopia g RP, 1 atpogia apyucd ntov epueavig ot HEoT mepLpépela. Xe acheveic
ne mpoympnuévn voco Katarlaupove peydio pépog tov Pubov, kabiotdvToag cuyva
EUQOVN TO YLD ayyEio TOV YOPLOEWOOVC.

H mieloynoio tov acbevov, Wbuwitepa ekeivov pe dudyvoon RP, napovsiole

EVOOOUQIPANCTPOEOIKEG  evamoBisels ypooTikig (mivakog 2.5). Opiopévol
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euEAaviCov TUKVEG evamoBEcEIC Tov KaTaAGUPAvVAY TO LEYOADTEPO HEPOG TOV PBuOOYD.
H ewova avt) eaivetal mwg pmopel vo avinkel 1060 o€ mdoyovieg and RP 6o kot o€
nhoyovieg and CRD, akdéun kot oe mhoyovieg amd Svotpoic TG wypag Kot

GLVOEETOL UE LEYOAN JlbpKELD TG VOGOV.

IMivaxag 2.5. Evtomon tov evamobécewv ypwotikng oto Puvbd, otic d1dpopeg

dvoTpopies.
Avotpo@iss | AveTpoicg
pafoicwv- KOViov/ AvoTpoieg
KOVIOV KOViov- oypag (%)
(%) papdiov (%)
Iloc00716 0pOaiumyv mov 66/68 12/48
pépel evamoOioelg (97%) 31/50 (62%) (25%)
XPOCTIKNG
0 0,
Qypi 0 18 (58%) 10 (83%)
Kipia :
P Méon. 51 (77%) 0 0
evromon nEPLPEPELL
roy Heo108 8 (12%) 5 (16%) 0
evamoféoewy | 1TEPIPEPELL
XPOCTIKNG Le
0AOKANpO 7 (11%) 8 (26%) 2 (17%)
70 o006

Ot gvamoBéoelg ypwoTikng eiyav 1 popen ooteofractdv oto 74% twv
TEPMTOGE®V OvoTpoPiog pafdiov-koviov kot poévo oto 17% 1ov dveTpoELHV
koviov-pafdiov. Ot nepiocdtepol acbeveig (48%) pe dvotpopio kwviov-pafodiwv
KaB®G Kol OAOL eKEIvOl pe dVOTPOPio TNG OYPAS ERPAVILOY KUKAIKEG-OBAA 1 ATLTTEG
evamoBEcelg YpMOTIKNG. LT GAOLOPOAYYEOYPOPia, Ol EVOTODESEIS YPWOTIKNG OEV

napovsialov pBopiopod, epeavilovtay ETOUEVOS GKOTEVEC.



Ewova 2.2. Evooop@iPAnotpoetdikéc evomobécels «diknv ooteoPfAact®dvy o€ acbevi

ue ovvopopo Usher. Zuvomdpyel opepAnctpoeldikn atpopia.

EmmAéov, 1 PvBookdmmon avédeiEe mokidov Pabupod otéveoon Tov ayyeiov
TePImov 6ToVG Hoovg aobeveis: 42 acbeveilg (84 opboipoi, 50.6%). H mapovoio
oTevOV ayyelmv Mrov 1dtaitepa cvyxvh petaéd tov macyoviov ond RP (89%).
Qot6c0, 42% 1V acbevdv pe dvotpoeieg kmviov 1 Koviov-papdiov epedvile
eniong otévoon tTov ayyeiov. AvtiBeta, ol TAGYOVIES amd SVGTPOPIES NS WYPAS
glyav pucloroywd ayyeio oe T0606TO >95%.

H mpoocektikr] Pvbookdémnon o€ cvvdvacud pe T @AovopoayyEloypapio
avédelEe v mapovoio Kirpvorevkwv evanobécewv (fundus flecks) oe 7 acBeveig
(14 o@borpovg, 8.5%). H evtomion tov evanobicemv autdv apopodce TNV TepLoyxn
mg oyxpas (4 acBeveig) 1 kKo gvpdtepa tov omicBio moro (3 acbeveic). H vy
dtdyvoon yo ta 7 dtoua mwov guedaviCov flecks frav: i) tomikn, avtocompiky
vmoAewdpevn voécog tov Stargardt (3 acbeveic), i) vococ upe TO TLMIKG
yopoktnplotikd g Stargardt, n omoia 6pmg eoaivetar vo petafipaletor katd tov
OVTOCOUIKO EMKpaTH TPOTO (2 dropa) Kot i) vocog mov gpeoviCel (Bubockomuxd)
ototyeio g vooov tov Stargardt, aild to HAT napovoidletar oyeddv ofnouévo amd
T aPYIKA oTdda (2 dropa, swkdva, 2.18 aplotepd).

O ontkdg dlokog mapovoiale atpoeio oto 28% twv opBoiumv. Xe évov
aclevi] 1 ewdva €uowale pe oUTN TOV OWNUOTOS TOL OMTIKOL OioKOL, OV

emPBePardOnie OPWOS e T PAOVOPOAYYELOYPAPiaL.
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Ewova 2.3. Apwotepa: Tvvaika 36 etov pe RP. TMopoatmpodviar atpogic kot
evamoEGELS YPWOTIKNG OTN WECT TEPLPEPELN, EVMD KEVIPIKA VIAPYEL VNGIO0 CGYETIKA
@LooA0YIKOD appiBAnotpogdovc. Ta ayyela eupoavitovtar oteva. VA=1.0. Ag&a:
AcBevnc 23 etov pe RP: ot apywcd 6tddia g vocov o onicBiog moAog mapovoidlet

KaAOTEPN €1KOVA, EVA amovctalovy ot evamobécelg ypwotikne. VA=1.0.

Ewova 2.4. Aprotepa: Ayopt 14 etov pe RP ko VA:0.7. Evomobécelg yp@otikng
ov AopPdvouv T XopaKTNPIoTIKN HopeY| ooteoPAractdv. H wypd coppetéyel otnv
naboroyia. Aggra: Duvaika 64 etdv pe RP kow VA= aviinyn ¢otdc. Audyvt
aTpoPio AUPPANCTPOELDOVS, LEAAYYPOV EMONAIOV Kot YOPLOTPLYOEWDDV, TOL KOO1oTA

EUQOVT TO LLEYAAD YOPLOELOKA Oy yEiaL.
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Ewova 2.5. AcOevnic 53 etov pe RP. VA=0.3.

Ewova 2.6. Zndvio tepintoon cuviTapéng ayyelakob 0yKov Tov xoplogdots (BErog)

ne RP otov 1610 acBev).

Ewoéva 2.7. AcOevig 32 etdv pe ovvdpopo Usher. VA=0.7. H ewcdva opotalet pe g

tomikng RP. Ot evamofécelc ypmotikng AapBavouy mTeplayyelokt KoTovour).
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Ewoéva 2.8. AcOevg 47 etov (aplotepd) pe odvdpouo Usher, o omoiog mdoyet kat
and xpdvio amhd yhovkopa. Acbevic pe obvopouo Bassen-Kornzweig (6€wa). H

gwova tov Bouhod eivar avtn g Tvmikng RP.

Ewoéva 2.9. Erdvo: AcOevic 34 etdv pe ouvdpopo Usher. H plovopoayystoypapio
(kaT®) dev £xEl OLOLOOTIKO SLAYVOGTIKO POLO. AVOSEIKVOEL T OTEVOOT] TOV OYYEIDV

KO T1G S10TOPAYES TOV HEAGYY POV EMONALOL.
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Ewova 2.10. AcBevig 40 etodv pe dvotpopio papdiov-koviov. AaKTOAO0G 0TPOPIKOD
perdyypov embniiov mepiBdirer to Pobpio (Bérog). ['Vpw tOoL VIAPYEL TEPLOYN LE
KOADTEPO SlaTNPNUEVO HeAdyypouv emONAl0, evd akOun mo £E® mapoTnpeiton

atpodio Kot evamoBEcelg YpwoTIKNG (LAHPOL YPOUATOG GTO Oy YELOYPAPTLLDL).
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Ewova 2.11. Endve: Ootoypapio Pubod kot @lovopoayysoypopio acdevoig 41
etov pe CRD ka1 VA<0.05. Kdto: dotoypapieg fuBod g untépag g acbevoug,
60 g1V, Tov emiong mdoyel and CRD. [Mopatnpeiton didyvtn atpo@ia, oTEVOGN TOV

ayyelov, evamobEcels ypmOTIKNG TNV OYPE 0ALL Kol TNV TEPLPEPELA.



114

Ewoéva 2.12. a) Acbeviig 24 etov pue dominant CRD kot dwotapoayés peAdyypov
emOnAiov oy wypd. B) O matépag Tov acbevois, 49 €TV Kol ) N UNTEPA TOL
dgvTEPOV, 85 eTV, £xovv ontikr o0&V Ta <0.05 Kot mepLocdTEPO gVPNUATO GTO BuBO.

8) Zuyyevng tov mponyovpévay, 61 eTmv.

Ewova 2.13. Extetopévn opeiPAnctpocdikn otpoeio, oTevd oyyeio, mTOKVEG
eVOmo0EcES YPWOTIKNG KOl @YPOTNTO TOV ONTIKOV dickov o€ OVOo achevelc e

apoyopnuévov otadiov CRD. H swodva mpoaktikd Oev  drokpivetor omd g

mpoywpnuévne RP.
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Ewova 2.14. AcbBevig 28 etdv pe véso STGD-FFM. Ztn glovopoayyeloypogio
avadeikvoeTat 1 mapovcio Tav yapakmmplotikov flecks. TMapd tov peydro apOuod
TOV TEAELTOI®V, UTOPEL KOVEIC VO TOPATNPTOEL TO GNUEID TNG «YOPLOEWOIKNG CLYNCH

o1 HEoM TTEPLPEPELD KOODS Kot YOP® amrd TOV OnTIKO 416KO.
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Ewova 2.15. dotoypagio fubod kot glovopoayysioypapio acbevodc 19 etdv ue
dominant macular dystrophy. ITopatmpeiton Mmoo dSwtopoyn o©to €nimed0 TOL

peAdyypov emBniiov, evromlopuevn Kupimg oto KEVIpo tov fobpiov. VA=0.9.
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Ewova 2.16. Apwotepa: Drovopooayysioypapio acbevodc 27 etdv ue dominant
macular dystrophy kot VA=0.4. Ag&ia: ®lovopoayysloypapio. TG UNTEPOG TOV
acBevovg, 52 etdv, VA=0.05. Kot o11g 600 meputtdoelg ivatl eupavég to onueio Tov
«OKOTEWOV YOPLOEWOOVG), TOL KAGTA £viova gU@avi] Ta QLGLOAOYIKOD peyEBoug

apepAnoTpostdkd ayyeio.

Ewoévo 2.17. AcOeviic 61 etdv pe Sudyvoon dominant macular dystrophy. H
teAeVTOL0, GE TPOYWPNUEVA GTAdL0, UITopEl, EKTOG amd TV wypd (6nov mapatnpeitol
TAPNG QUEIPANCTPOEISIKY ATPOPin), Vo aPopd Kot Tov yOp® apeiAnotposdn. H
odyvoon tifeton pe Bdon 1o 10topikd, 1o HATD ko v €€€taom TV GLYYEVOV TOL

acBevoic.
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Ewova 2.18. H PvBookomiky ikdva omd povn g dev apkel yo vo tebel axpiPng
ddyvoon g dvotpooiag. Apretepd: Acbevic 22 etmv. Znv ayyeloypaio pe
@AOVOPECEIV elvar epeavic 1 dtatapayr| Tov LeAdyypoL emtBnAiov oTnv @ypd Kot Ta
aopBova flecks mov v mepiPariiovy. Qotdoo, ot anavinoelg oto HAT ftav oxedov
katoapynuéves, coppatéc pe CRD. Aggld: AvépuOpn ewtoypagia acbevoig 33 etdv.
To Pélog Ociyver v oarpogic. TOL peAAyypov emBniiov otnv ypd. O
NAEKTPOPLGLOAOYIKOG €AeyY0G MTov cLuPatds pe dvotpodion pofdiwv-Kovimv.

[MBavmg tpdxettar yio RP pe mpodun mpocfoin g meployng tg wypdg.

Ewoévo 2.19. AcBevic 64 etov pe pattern dystrophy. Ou yopoktnplotikéc
evamoBEcelg YPOOTIKNG GTO EMIMESO TOV HEAAYYPOL eMBNAiov OV gvtomilovtal 6TV

oypd ivol TEPIEGOTEPO EUPAVELG GTN PAOVOPOAYYELOYPOAPIaL.
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Ewoéva 2.20. AcBevig 39 etov pe reticular dystrophy. Ot evomobéoelc ypmotikng
OTOV  KeVIPIKO apeipAnctpoedn Aoupdvouv popeny mov Bopiler diytv ko

aneikoviCovtal caeng oty ayysoypapio. VA=0.9.

3. OINTIKH OEYTHTA

Agxaé€r opBaApol elyav Opacn mov TEPLYPAPETOL OC AVTIANYN O®TOG N 0VTE
avtiinym owtds. o tovg voromovg 150 opBaipodc mov dSratnpodcoov kaAvTEPN
OpooT, KOVN Vo TEPLYpAPEl LE TO deKAIIKO cn')cm]ua,lzo N péomn TN TNG ONTIKNG
o&vmtog nrov: (median, IQR) 0.5 (0.05-0.8) 1, otnv kAipoka logMAR, 0.3 (0.1-1.3).
H péon omtiky o&dmnta yio T00g KLPLOTEPOLS TOMOVG OLGTPOPLOV EEXMPLOTA
napovctaletar otov mivoka 3.1. Aoyw tov eloupetike. uikpod detyuotos acbevaov e
ovyyeviy auovpwan tov Leber i véoo tov Best, ta apiQuntika amoteAéouazo (VA, CS,
FM-100 Hue xix.) yio tic xatnyopies avtés otepodvIol OTOTIOTIKNG OOVOUNG KOl O€
ovureptlopfovovior arovg avtiotoiyovs mivakes. Avtibeta, o1 acbeveic ue oidyvaoon
pattern dystrophy cvyxpotoboav ikavé deiyuo kar ta. ovtiotorya amoteléouoto. ovyva,

rapotifevion Ceywplota yio. Ty 10101TEPY AVTH KOTHYOPIa. ODGTPOPIODV.
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MMivaxag 3.1. Ontikn o&HtTo 6€ S1APOPOVE TOTOVG SVGTPOPING.

Typical | Usher | CRD CD Typical STGD- | Pattern
RP (n=14) | (n=37) (n=8) STGD like dystrophy
(n=24) (n=6) (n=28) | (n=12)
VA 0.55 0.7 0.05 0.065 0.04 0.55 0.7
decimal | (0.06- (0.15- | (0.005- (0.031- | (0.029-0.8) | (0.05- | (0.575-0.9)
(median, | 0.95) 0.9) 0.25) 0.68) 0.8)
IQR)
logMAR | 0.25 0.15 1.3 1.2 14 0.25 0.15
(median, | (0.03- (0.05- | (0.6-2.3) | (0.2- (1.1-1.525) | (0.1-1.3) | (0.05-0.225)
IQR) 1.23) 2.3) 1.53)

Kohidtepn ontikny o&dtmra moapovsiolav kotd péco 0po ot maoyovteg amd
dvotpopieg Tov TOHmoL ™G RP kabdg kot ekeivol pe dvotpoia tomov Stargardt o

pattern dvotpo@ia TG wyPLS.

4. EYAIZOHXIA XTH ®QTEINH ANTIOEXH

H péon niikia tov acBevav mov coppeteiyov ot pétpnon mg CS Nrav 32
étn (IQR=25-46) kot Tov atdopwv g opdadag eréyyov 32 €t (IQR=30-39). H peta&y
TOVG dlapopd dev Mrov otatiotikd onuavtiky (Mann-Whitney U test: Z=-0.805,
p=0.421,>0.05). H péon omtikn o&vmra tewv acbevov frav 0.8 (IQR=0.7-0.9) ko
tov controls 1.0 (1.0-1.0). H ontikn o&0nta S1€pepe onpavtikd oTig dVo opuddes (Z=-
6.188, p<0.001). Xtov mivaka 4.1 mopovstdlovtal To OTOTEAEGUOTO TOV UETPHOEDV

g CS v Tovg 0@OaApovg Tov acbevav (N=42) Kot ekelvovg TG opddag EAEYYOL.



121

IMivaxog 4.1. Log contrast sensitivity tov acOevav (VA>0.5) kat tng opddag eAéyyov

Yo TEVTE YOPIKES ovyvotnteg (2, 3, 6, 12 kau 20 cpd).

2 cpd 3cpd 6cpd 12 cpd 20 cpd

Eyes with
dystrophy | 1.80 1.80 1.70 1.20 0.40
(n=42) (1.49-1.89) | (1.60-1.89) | (1.40-1.80) | (0.80-1.49) | (0.18-0.49)
Eyes with

o .

o rod-cone

< | dystrophy | 1.80 1.80 1.70 1.20 0.40

(4]

S | (n=27) (1.49-1.89) | (1.60-1.89) | (1.40-1.80) | (0.80-1.49) | (0.11-0.49)

£ [Eyeswith

> yes wit

2 | macular

% dystrophy | 1.80 1.80 1.60 1.20 0.40

% (n=15) (1.60-1.89) | (1.60-1.89) | (1.30-1.80) | (0.60-1.49) | (0.20-0.70)

‘E Normal

8

o | eyes 2.0 21 2.1 1.8 14

- (n=34) (1.89-2.10) | (2.10-2.20) | (2.00-2.20) | (1.60-1.82) | (1.09-1.49)

IQR: interquartile range
* Aev ppéOnkov aoleveis ue ovarpopio kwviwv/kwviov-pofdiov mov vo

TANPOVY TOL KPITHPLA. ELIGOOOV GTO CUYKEKPYLEVO TTCOL0 THG UEAETNG.

H CS tov acbevdv cuykpinke pe v avtictoyyn g opddag eAéyyov yio
KGO ywpikn cuyvotnto Eexwplotd (tivakag 4.2). O TaGYOVTES aTd HVETPOPIES TOV
ap@iAnoTpoeldovg Ppédnkav va £xovv onuavtikd peropévn CS og oyéon pe v
opaoa ELEYYOV, GE OLO TO PAGHA YMPLKOV GUYVOTHTOV TOL PEAETONKE, Wwoitepa

oTIC pecaieg ovyvotnteg (6¢pd).

IMivaxkag 4.2. Zoykpion g evaicOnciog ot eoTevn avtifeon tov Tacydviov amd

dvatpooieg (ne VA>0.5) pe v opdada eréyyov (Mann-Whitney U test).

Patients vs.
controls 2 cpd 3 cpd 6 cpd 12cpd | 20 cpd
Z -5.967 | -6.418 -7.055 -6.382 -6.659

p <0.001 |<0.001 |<0.001 |<0.001 |<0.001
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EmnmAéov, diepevvnnke edv n peimon mg CS elaptdror and to €100g NG
dvotpopiag. Tdco otovg acheveic e dvotpoeia pafdivv-kmvinv 060 Kol o€ EKEIVOLG
ue dvotpogia g wypds, n CS Ppébnke onuoviikd eAattOUévn 6€ oYEoN UE TNV
avTioTOlYN TV VYWDV OTOU®V, GE OAEC TIC YOPIKEG ovyvoTTeS. Q0TOCO, GTOVG
acBeveic pe dvotpopia papdiov-Koviov, 1 Helwon apopodce KUPIOE TIG GLYVOTNTES
6 kot 20 cpd (mivakog 4.3), evd GTOVG TACKOVIEC OO SVOTPOPIEG TNG WYPAS TIC

ovyvotreg 3 kot 6 cpd (mivakog 4.4).

IMivaxag 4.3. Zoykpion g CS tov acBevov pe dvotpooia pafdiov-koviov pe v

opdda eréyyov (Mann-Whitney U test).

Rod-cone dystrophy

vs. controls 2 cpd 3cpd 6 cpd 12cpd | 20 cpd
Z -5.414 -5.355 -6.283 -5.601 -6.095
p <0.001 <0.001 | <0.001 |<0.001 | <0.001

IMivaxag 4.4. Zuykpion g CS tov acbevov pe duatpoeieg TS wypag He TV opdoa

eréyyov (Mann-Whitney U test).

Macular dystrophy

vs. controls 2 cpd 3 cpd 6 cpd 12cpd | 20cpd
Z -4.323 -5.406 -5.325 -4.911 -4.731
p <0.001 <0.001 | <0.001 |<0.001 |<0.001

Ao 10 apywd chvoro towv 42 opBarudv pe BCVA>0.5 emléybnkav povov
ocot glyav BCVA>0.9 (9 opbaipol) kot cuykpiOnkav pe 1oug 0gOaipong e opadog
eréyyov mov glyav v 0w Opacmn (32 opbBaipol), dote va depegvvnbel edv oe
nhoyovieg pe @uotoroyikn omtikn ofvmta m CS e€axolovbel vo mapovoidlet

dpopég and 1o puotoroykd. Ta anotedéopata mapovsialovtatl otov mivaka 4.5.
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IMivaxog 4.5. Twég e Log contrast sensitivity yio tovg acOeveic pe omtikn o&vtnta,

>0.9 kot Yo To ATopo TG OpLddag EAEYYOL e TNV 1010 omTikn o&HTnTa.

2 cpd 3 cpd 6cpd 12 cpd 20 cpd
Eyes with
dystrophy | 2.00 2.10 2.00 1.70 1.30
(n=9) (1.89-2.10) | (2.00-2.20) | (1.89-2.15) | (1.60-1.80) | (0.95-1.49)
Eyes with
7 | rod-cone
9: dystrophy | 1.89 2.08 1.80 1.60 1.11
._fg (n=5) (1.80-2.00) | (1.94-2.15) | (1.75-1.95) | (1.55-1.65) | (0.55-1.21)
é Eyes with
g macular
% | dystrophy | 1.95 1.95 1.85 1.55 0.91
% (n=4) (1.82-2.00) | (1.89-2.00) | (1.65-1.89) | (1.12-1.60) | (0.33-1.33)
§ Normal
§ eyes 2.0 2.10 2.10 1.8 1.4
§ (n=32) (2.00-2.10) | (2.10-2.20) | (2.00-2.20) | (1.62-1.80) | (1.03-1.49)

Mopd ™ @uowlroyiky ontiky oSvTNTE, 0L 000gveic pe dvoTpoieg
nopovsialav ehartopévy CS 6g cOyKplon pe v opdda eréyyov (mivakag 4.6). H
petalld Tv 000 OUAd®V O10POPE NTOV GTATICTIKG CTLLOVTIKY KOl ApOpovGE £va EVPY

QAGLA GLYVOTHTOV, MGTOGO NTOV TEPIGGOTEPO ELPAVIG OTIC LEGOIES GUYVOTNTEG.

IMivaxag 4.6. XOykpon g CS tov acbevov ne BCVA>0.9 pe v opddo er&yyov
(Mann-Whitney U test).

Patients vs.

controls 2 cpd 3cpd 6 cpd 12 cpd 20 cpd
z -2.592 -2.803 -3.905 | -2.784 -2.625
P 0.01 0.005 <0.001 | 0.005 0.009

E&etdomxke Eeywpiotd n CS tov achevov pe dvotpopio pafdiov-koviov Kot
onttikr] o&vtnra >0.9 (5 opBaipol) Ko cuykpiOnke pe v opdoa eréyyov. Bpébnie
OTOTIOTIKG GNUAVTIKY O10popa Yo TI¢ cvyvotnteg 2, 20 ko, kupimg, 6 cpd (mivakag
4.7).
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oOyKplon pe v opdada eréyyov (Mann-Whitney U test).

Rod-cone dystrophy

vs. controls 2cpd | 3cpd 6 cpd 12 cpd | 20 cpd
Z -2.144 | -1.404 | -3.011 -1.821 | -2.144
P 0.032 | 0.160 0.003 0.069 0.032

Otav n 1010 dadtkacio Tpaypatomomonke yio Tovg 0pOaALOVG e SuoTpoia
™G oypag Kou opaomn >0.9 (4 opBaipol), Bpédnke oTaTIoTIKE ONUOVTIKY dopOopd Yo
TG suyvotTeg 3 ko 6 cpd Ko Atyotepo yio ta 12 cpd (wivakog 4.8).

IMivaxkag 4.8. H CS 1ov acBevav pe dvotpogieg g oypdc kot opoaocn >0.9 oe

obOyKplon pe v opdda eréyyov (Mann-Whitney U test).

Macular dystrophy

vs. controls 2cpd |3cpd |6cpd 12cpd | 20 cpd
Z -1.709 | -2.917 | -2.865 -2.395 -1.771
P 0.087 | 0.004 |0.004 0.017 0.076

5. ANTIAHYH TQN XPQMATOQN

To péoo dOpotopa twv AabdVv yio To cHVOAO TV 0PHIAUDY oL e&eTdoTnKAY
ue to F-M 100 Hue test (N=75), qtav: TES median (IQR)= 238 (168-353). Otav avti
tov TES ypnowonomdnke 1o VTES, to Sedopévo amokTodooy KOTOVOWY Tov
npocéyyile ™V kavoviky kot frov: VTES (meantSD)= 15.78+5.19. To TES &¢
diépepe onuavtikd peta&d de€lov kat aptotepdv o@boiumv (M-W U p=0.755).

o tovg o@Boiuovg pe dvotpogia pafdiov-koviov (n=33) nrav: TES
(median, 1IQR)= 262, 194-352 (e0pog: 36-622). dvcioroywd TES eiyav 10 opBoipoi
(28.6%) pe RP, evd 25 opOaipoi (71.4%) siyov taBoroyiko-avEnuévo TES.

O apOuog tov opbaiudv pe CRD/CD mov nAnpoldoe to KprTnpio E16aymyNG
OTO GLYKEKPIUEVO 6TGo10 TN nedétng (N=13) frav pikpdc o€ oyéon Ue TIC VIOLOTEG
Katyopies. [ Tovg cuykekpyévoug opbaipovg frav: TES (median, 1QR)= 256,
140-771 (evpog: 114-974). Aéka opbarpoi (76.9%) eiyav maboroywkdé TES, evo 3

opBaipol (23.1%) eiyov @uolorloyikd TES: enpokerto yuw 2 veapodg acbeveig e
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ONUOVTIKA UEIOUEVES POTOTIKEG Kol GKOTOTIKEG amavtioel oto HAIDT 1on and ta
apyIKA oTAd1 TN VOGOV,

[No tovg oebarpode pe dvetpoia g oypag (N=27) frav: TES (median,
IQR)= 192, 101-300 (e0pog: 48-456). Addexa. opOarpoi (44.4%) €iyav QUOGLOLOYIKO
TES, evd 15 0pBarpoi (55.6%) elyav maboroyukd.

I'a Toug 0pBaApoVE ToV cuuTEPIANEONKaY 6T peAéTn dev Ppébnke 1oyvpn
ocvoyétion petald tov TES kot a) g nAkiog tov acBevav (Spearman r=0.301,
p=0.009), B) ¢ ddpkewng g voocov (r=0.392, p=0.001). Opoiwg, dev Ppédnke
oyvpn cvoyétion peta&d tov TES ko tng omtikhg o&vtntag (r=-0.319, p=0.005).

H xoatavoun tov Aabdv 6e cuykekpipévo dEova cOYYVONG TOL TPOEKLYE UETA
OO GYOANCTIKY] EMCKOMNGON TOV TOMK®OV Sypoppudtov tov maboroyikav test

mapovotdletal otov mivaxka 5.1.

IMivaxag 5.1. Afovag ohyyvong ota moAkd saypappato tov taforoywov F-M 100

test yia ka0e katnyopia dvaTpoP®OV EeYmPLoTAL.

RP CRD/CD |Macular
N (%) N (%0) N (%)
BLUE-YELLOW (16 (45.7) | 0(0.0) 5(18.5)
RED-GREEN 0 (0.0) 0 (0.0) 2(7.4)
AZONAX NO AXIS 9(25.7) |10(76.9) | 8(29.6)
EYTXYZHEZ |[NORMAL* 10 (28.6) | 3(23.1) |12 (44.4)
Xvoro 35 (100.0) | 13 (100.0) {27 (100.0)

*epiioufovel Kol pOIOAOYIKG, LUE UEIWUEVH] OLOKPITIKY IKOVOTHTO GTOUA.

Iepimov évag otovg 0V0 0900uipodg pe dvotpo@ia pafdivv-KoOViov
epeavile katavopun Tov AaO@v otov B-Y aGfova cvyyvonc. X1 ocvvrpuaTiki
mieloyn@io Tov wacyévrov oxé CD/CRD dgv 1ftav duvatos o Tpocdiopiouic
oo a&ova. O R-G dEovac fTav Epeaviig pévo 6€ TEPITTAOGELS HOVGTPOPINGS TG
OYPaS, ®OoT0060, 6TOVS TEPLEGOTEPOVS 0QOaANOVS TNG KaTNYOoPlog GULTHS Ogv
vanpye coPns dEovag ToMKOTNTOGC.

To €idog tov GEova chyyvong ota dyPAUUATO TOV 0POUAUDVY LE CYETIKA

KA otk o&vtnta (>0.5) mapovoidleTon otov Tivaka 5.2.
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IMivaxag 5.2. Aovag G0Yyyvong ot TOAKA olaypappato Tov actevav pe VA>0.5.

RP Macular
N (%) N (%)
BLUE-YELLOW/|16 (55.2) | 3(20.0)
RED-GREEN 0(0.0) | 0(0.0)

AEONAE [NO AXIS 4(13.8) | 3(20.0)
YYI'XYZHE [NORMAL 9 (31.0) | 9 (40.0)
T 0voho 29 (100.0) | 15 (100.0)

* Aev Bpébnrav acbeveic ue dvotpogio kwviwv/kwviov-pafdioy ko ortkl oldtnto

>(0.5.

To mocootd guedaviong tov aéova B-Y elvar peyaddtepo peta&d tov
opOoludv ot omoiot dTNPOVV OYETIKE KOAN OmTIKN 0o&LTNTO, &VM ovTifeTa
EMITTOVETOL TO TOGOGTO Omov dgv avayvopiletar capng d&ovag. Télog, kavévag

opBaipdc pe VA>0.5 dev epepavile PAaPn mov va gvtomileton otov a&ova R-G.
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Ewova 5.1. a) Dvuoioroykd didypappo mov avikel o€ oeBaiud pe RP kor VA=0.9.
TES=36. B) O¢pBarpnog pe dvotpoeio koviov kot VA=0.08. H dwtapayr apopd
0AOKANPO TO YPOUOTIKO KOKAO, i6m¢ TeptocdTepo Tov R-G d&ova, divovtag Eva molw
vynid TES (728). y) Iepintwon cvuvdpopov Usher: n BLAPN agopd Tov B-Y a&ova.
VA=0.9, TES=242. ) Acbevrig e dominant macular dystrophy. VA=0.4. TES=353.
H BAaPn evromileton otov R-G dova. €) Pattern dvotpopio. VA=0.9. Zyetwcd nma
BAGPN (TES=192), otov B-Y d&ova. H mapovsio cuykekpuévov aEova chyyvong 6to

ddypappo dev etvar g kopio TepinTmon 01K Yo T vOGO.
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Ewova 5.2. Etave: Potoypagieg fubod acbevoic pe dvotpopia-pafdiov koviov
KOl OTPOPIKES OAAOIDGES otV mepLoyn G wypds. Kartm: a) Awdypoupo mwov
avtiotolyel otov AO (VA=0.3). H datapayn agopd cxedov oAOKANPO TO YPOUATIKO
KOKAo kot to TES eivar 1dwaitepa vynio (774). B) T'a tov AO (VA=0.7), 1o TES
glvar pomg 191 kan n Satapoyn evromileton otov dEova B-Y. H acvppetpio peta&y

TV 500 0QBIAU®V givorl ATOTEAEGLO SIOPOPETIKNG KATOVOUNG TMV OALOIDGEDY GTNV

oypa.
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6. OIITIKA ITEAIA
6.1. Humphrey 30-2.

2V enefepyacio TOV OMOTELECUATOV TOV OMTIK®OV TESIMV UE TO TPOYPOLLLLLOL

30-2 ocvumepinednkov 75 opBaipoi. Ov acBeveig pe dvoTpoicg pafdiov-kmviwy
gp@aviiav oty mhsoyneia Tovg peimon g evaieOnociog oty meproyn petatd
10° ko 30°. To OKOTOWUATO TOV LANPYOV GTNV TEPLOYN OVTH cLYVE Adupovay ™
Hopoen eviaiov SakTLAIOL OV KOTOAAUPOVE HEYOAO TUNUO TOV KEVIPIKOV OMTIKOV
nediov, yOopw amd pia mepoyn <10° m omoio dwwtnpovoe GYETIKA KOADTEPT
evacOncio (coinvoewdés ontikd medio). Ov acBevelg pe RP ot omoiot eppdvilav
mpocPoin g wypds ot PvBookdnmomn, mapovcialov ariowdoelg (peimon g
gvaucnoiog 1 KeVIPIKA oKOTOUATO) Kot 6TIS KeEVIPIKEG 10° Tov omtikov mediov.

To onTiké medio TOV 060evOV pg dVOTPOPiES KOVIOV/KOVIOV-papdinv
YOPOKTNPLOTOV 00 KEVTPIKA 1)/KOL TOPUKEVIPIKGA OKOTONOTO KAOOG KM
yevikevpévn peioon g gvaoOnoiog. Ov acBeveic pe dvetpogics g @ypag
TAPOVGLOLUV KEVTPIKA CKOTONATO MIKPOTEPNS ovvilm¢ éKTOoNng of oyéon ue
TOVG TAGYOVTES OO YEVIKEVUEVES SLATOAPUYES TOV KOVIOV, EVA 1 gvorcOncia Tov
VAOAOLTOV KEVIPIKOV GRPLPANGTPOELIOVS GUYVA TPOGEYYILE TO PUGLOAOYIKO.

Apxketol mdoyovie and CRD, CD 1 dvotpopieg g wypds, iaitepa dropa
ue BCVA<O0.1, advvatovoay va dtotnpioovy otadepn TV TPOCHA®ON UE CUVETELD
o, omTikA 7medio wov mpofkvyav va otepovivtal aflomotioc. Ta media ovtd

QTOKAEIGTNKOV OO T1) GTOTIOTIKY EMEEEPYACIO TOV AMOTEAECUATMV.
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Ewova 6.1.1. A) Ontikd medio AO acBevoig pe RP wor VA=1.0. TTapatnpeiton
peiowon g evachnciog Tov apuEPAncTpoctdovs Kupinwg oty mepoyn 15-30°. B)
AcbBevic ne RP (AO) kot VA=1.0 (ion pe v mponyoduevn mepintmon): mAnpng
andAelo. Tov omtikod 1ediov EEm and Tig 15-20°. I') AO acbevoic pe cdvdpopo Usher
(VA=0.9): dwmpeitor 10 ontikd medio otig kevipkég 10° kobbg kot vnoideg
(netwpévng evaicnoiog) kpotagikd. A) AO acOevoic pe cvvopouo Usher (VA=0.5):

GOANVOELDEG OTTIKO TTEDTO.
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Ewova 6.1.2. A) Ontikd medio AO acBevoig pe dvotpopio pafdiov-koviov, pe
mpowun mpocPorn g wyxpds. VA=0.7: moapovcio kevipukod OCKOTOWUATOS GE
GUVOLOCUO L€ CNUOVTIKA UEWOUEVN gvoncOncio Kot KkpOTEPNS EKTOONG CKOTMLOTOL

o meprpepikd. B) Acbevic pe dvotpooia koviov: AO, VA<0.l. Extetapévo
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KEVIPIKO okotmua. Ot datopaysés apopodv oddkAnpn v mepoyn tov 30°. T)
Kevipikd xor mopokevipikd oKOTOMOTO KOOMOG Kol yevikevpévrn peimon g
evatetnciog otov AO acbevoic 9 etdv pe CRD (VA=0.1). A) Ontikod nedio acOevoic
ue dvotpopio g oypac (VA=0.05), n omoia advvatel va Slatnpnoel KEVIPIKN
TPOoNAmoN, o€ avtifeon pe Tig tepmtmoelg B ko I'. H e€étaon dev ovumepthnbnke
ot otatotikn eneéepyaocia. E) Hmeg dwatapayéc tov ontikod nediov AO acBevoic

ue pattern dystrophy ko VA=0.8.

Ytov mivoka 6.1 mapovcidlovtar ot TipéG TV opapkedv dsikt®v MD kot
PSD yia tovg opBaipovg mov eEetdotnkav pe to mpdypappa 30-2. Ta ontikd media
30-2 mapovotdlovy GYETIKG KOADTEPT €KOVO 6TOVG acbeveic pe dvotpogieg g

@YPAG o€ GVLYKPLON UE ekeivovg ov doyovv and CD/CRD.

IMivaxag 6.1. Mean Deviation (MD) «ou Pattern Standard Deviation (PSD) yia tovg
0pOaALOVG e OLGTPOPTES.

STGD/
STGD-
RP CRD CD like Pattern
(39 eyes) (10 eyes) (6 eyes) (8 eyes) (12 eyes)
MD
(median, -24.25 -10.88 -20.5 -4.62 -1.75
IQR) [-28.99-(-15.74)] | [-22.03-(-4.53)] | [-23.09-(-16.62)] | [-8.55-(-3.04)] | [-2.65-(-1.59)]
PSD
(median, 8.04 7.72 8.28 2.67 2.06
IQR) (6.56-10.63) (5.88-11.29) (7.23-13.08) (1.68-9.57) (1.67-2.75)

Atepevvnnke mbovny ocvoyétion petad g MD ko o) g nlkiog tov
aclevav, B) g ddpkelag Tov copntoudtov g vocov. H MD dev PBpébnke va
oyetiletan pe v nAia (rs=-0.252, p=0.117). Qotdco, Bpédnke péTpra, 6TATIGTIKA
SNROvVTIKN cvoyétion g MD pe ™ ddpkera g vosov (rs=-0.623, p<0.001). H
ovoyétion ovt eakolovbovoe va 1oyvel Otov efetdotnkay  Eex®ploTd  To
amoteAéopato Yo v RP (r:=-0.586, p=0.005), oe avtifeon pe 11 dvoTpo@ieg
Kkoviov (rs=-0.167, p=0.667) 1| tonov Stargardt (r.=-0.632, p=0.368).
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6.2. Humphrey 10-2.

H evacOnocio otig kevipwée 10° tov apeipinotpocidovg mapovostdleton
onuavtikd peiwuévn otovg acbeveic pe CD/CRD, akolovbobv exeivor pe RP xon
éneto 0601 TAGYOLVY amd dVoTPoPieg TG WYPEs. ATd Tovg TeElevTaiovg, exeivol pe
dvotpogia Stargardt/ tomov Stargardt mopovcidlovv mo €TNPENCUEVO TO. KEVTIPIKA

nedio o oyéon e 66ovg mhoyovv amd pattern svotpopia (mivaxoag 6.2).

Mivaxkag 6.2. Acgikteg MD xou PSD tov ontikédv mediov Humphrey 10-2 oe

SAPOPOVG TOHTTOVG OLGTPOPUDV.

STGD/

RP CRD CD STGD-like | Pattern

(28 eyes) (2 eyes) (4 eyes) (8 eyes) (6 eyes)
MD
(median, | -19.19 -314 -21.2 -6.43 -2.81
IQR) [-26.76-(-9.70)] | [-31.75-(-31.05)] | [-32.21-(-11.25)] | [-11.93-(-1.11)] | [-7.44-(-2.20)]
PSD
(median, | 5.87 5.53 7.26 3.33 1.35
IQR) (2.85-10.33) (5.26-5.79) (5.89-7.90) (1.02-6.61) (0.96-9.03)
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Ewéva 6.2. A) Ontikd nedio AO pe RP (VA=0.9). H cvykevipikn peioon g
gvauctnoiog eivar epeavng kot otig kevipikég 10°. B) Iepiocdtepo eppaveis PAdPeg
010 ontikd medio AO aobBevoug pe ovvopouo Usher ko VA=0.6. T') AO acbevoig pe

CD (VA=0.1). Mopommpeiton Pabd ko extetopuévo Kevipikd okdtoua. A) AO
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acOevoic pe voco tov Stargardt (VA=0.6). I'evikevpévn peioon e evactnoiog kot
onuavtikd okotopata. E) AO acbevoig ue dominant macular dystrophy (VA=0.9):

VILAPYEL KEVTIPIKO OKOTOLO, EVA OAOKANPN 1 Teptoy TV 10 ° eppavilel aAloidoelc.

6.3. Humphrey 60-4.

Me 1t Ponbelo 10V GLYKEKPIUEVOL TPOYPAUUATOS OTUTIKNG TEPUUETPIOG
AmOKOADEONKE 1 KATAGTOON TOVL TEPLPEPIKOD ONTIKOV eSOV, O TMEPIMTAOCELG
voyiog oAlowwoewv o€ avtd. Ewdikotepa, oT1g dvotpoeiec pafdimv-koviov
avadeiynke n €ktoon Kot 1 BapLTNTO TOV AALOIOGE®Y GTO TEPUPEPIKO OMTIKO TEDTO.
g apKETEG TEPMTAOGELS LANPEE TANPNG OTDOAELD AVTOV 1] TOPAUOVY] KPOV VNGIO®V
petopévng evonctnoiog. Iowiing Papvrag PAaPeg amokardednkay ce acOeveig pe

dvoTpoPieg Koviov-pafdinv, eriPefardvovtag T Odyveoon.

Defect Depth (8) Threshald (68) Defect Depth (48) Threshald (dB)
102 65 f ) 2
|
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T s L on . & n Y & ¥ 5 | 5 8 1 o ¢ © ©
, . e Bt s, 5w suw ., | L ewme
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I ) Central Reference: 32 48 f ) Central Feference: 31 &8

Ewéva 6.3. A) Ontikd nedio 60-4 AO acBevoic pe RP (VA=1.0. B) AO acOevoic pe
RP wor VA=0.6: oyxeddv mANpPNG OMOAEWL TOV TEPIPEPIKOV ONTIKOD TESIOV,

yopakpiotiky] oty RP. ') kot A) Acbeveic pe CRD kot omtikny o&utta 0.1 ko
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0.025 avtictowyo, TV omoiwv 10 TEPLPEPIKO OMTIKO TEdI0 TAPOVCIALEL EKTETAUEVES

OALOIDGELG.

6.4. Ontwka nedioa Goldmann.

E&étaon pe 1o mepipetpo Goldmann mpaypatomomdnke oe 33 o@boipovg, M
mieloyneio tov  omolwv émacye amd dvotpogio  paPdimv-kovimv.  Etovg
GLYKEKPLUEVOLG 0QOAALOVE, NTAV ELPOVIG YOPOKTNPLOTIKN OTEVMGT TTOV OPOPOVCE
O\ ToL 1I0OTTEPQ, EVA AVAOELONKOY KOl TEPIMTMOCEIS OOV TO EVOTOUEIVOV KEVTPIKO

nedio dev Eemepvovioe Tig 10°.

e

Ewéva 6.4.1. Aprotepd: Ontikd nedio Goldmann AO acBevoic pe cvvépopo Usher.

PN W on i

AgELa: Xodnvoetdéc ontikd medio AO acBevovg pe Tpoywpnuévov otadiov RP.

Ewova 6.4.2. Apretepd: Ontikd nedio AO acBevoig pe RP: mapapévouv pia vnoida
KEVIPIKNG Opaong kot pion Kpotapikov ontikov mediov. Aggud: Ontikd medio AO

acOevoug pe CD: Babl kevipikd oKOTOUA.



G SIRRIAG

o RCuwO

Ewoéva 6.4.3. AO aoBevovg pe odvdpouo Usher: mopatmmpeitar otévmon ce Ol ta.

GOTTEPQ, TEPLGGOTEPO EUPOVIG AVED KO PLVIKAL.

7. OOTIKH TOMOI'PA®IA YXYNOXHX

H mpocektikn €mMoKOnNoN TV €KOVOV TOL €ANGONCOV HE TNV OMTIKY
TOLOYPOOIO GLUVOYNG OVEDELEE TV TOPOVGID GNUAVTIKAOV LOPPOAOYIKADV KOl SOUIKAOV

STOPAYDY GTOV KEVIPIKO AUPIPANCTPOEN TV aGO0eVOV [LEe SLGTPOPIES.

Time Domain OCT

A) Avotpooicc paPoiov-Kovimv

I'evikd, otovg acbevels pe dvotpoeieg pafdiov-koviov mapotnpndnke
Aéntovon tov apeipAnotposdikav otifddwv oto OCT. Xvvnbmg n Aémtuven oty
aQOPOVCE KLPIWG TNV TEPLOYN KOVTA 6T OploL TG TOUNS (Kot o TePOEPIKE), EVOD TO
KEVIPO NG oypds épotole MEPIGGOTEPO TPOG TO QPLUGIOAOYIKS. H eviomion twv
aArlowdoewv oto OCT avtictoryovoe otn Pubockomiky] €kdvo. e TEPUTTOOCELS WE
TPOYOPNUEV VOGO, 1 AEMTUVON TOL APQPBANGTPOEOOVE MTOV CNUOVTIKY Kot
apopovoe kat To Pobpio. EmmAéov, og optopévong opbaipnote, o OCT avédeiée v

TOPOVGIO KUGTIKMOV OAAOLDGEMY N EMOYPIKAOV LEUPPOVDV.
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Ewova 7.1. Zto OCT (0e&1d) oaiveton m Aémtuvon Tov ap@PBANGTPOEISOVG,
neP1ocdTEPO €viovn kabmg amopakpuvopaote and to Pobpio. To pwg amoppopdral
o€ pkpotePo Pabud amd tov aTpoPikd ApEPANGTPOELDY|, LE OMOTEAEGLO VA QOIVETOL
O aVOKAOOTIKOG 0 LTokeipevog yoploedng (Aevkd PBérog). H ewova oto OCT

avtiotoryel otn Pubockomikn eikdva (aprotepd).

Ewova 7.2. Aprotepa: Znuavtiky Aéntovon Tov oTifdd®v TOL  KEVTPIKOD
apeipAnotpoctdovg otov AO yuvaikog pe RP. Ag&ud: H topoypagikn ewodva g
oypdc oobevovg pe obvopopo Usher Oopiler mepiocdTepo ™V avticToyn

ovcoroykn. VA=0.7.

Ewévo 7.3. Kvotikd oidnua g oypds oe opbaiud pne RP (apiotepd). Xto OCT
Baciotnke 1 moapakoAovOnon ¢ acbevodc, n omoila avtamokpidnke Oetikd ot

Oepameia pe Acetazolamide per 0s (6e&1d).
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B) Avotpooio KOviov/ Koviov-papfoiov

Ytovug acbeveic pe CD/CRD, n ontikn topoypagio cvvoyng avédeie didyvtn
AémTovon Tov  KEVIPIKOV ou@eiPAnotposdovg. To kevipikd Pobpio upmopei va
TaPoLGLAlEl GNUAVTIKY AETTUVON OKOUN KOl OTA TPAOUE 6TAdI0 TNG VOGOV, EVD GF

TPOYMPNUEVEC TEPUTTDOGELS TOPATNPEITOL TATPNG ATPOPIO GTNV TEPLOYN.

Ewova 7.4. Aéntovon 1tov Kevipkol ap@iPANcTpogdohs (Kot Tov KEVIPIKOV

BoBpiov) otov apiotepd opBaind acBevoig 17 etmv pe CRD ko VA:0.8.

Ewova 7.5. ®otoypapic Pvbod kot OCT acbevoug 56 etov pe CRD. O
apeipAnotposdng  spoavifer  extetapévn atpopic. H o eotia  vynAng
avaklooTikonTag (PEAOG) avtioTol el oe evamdBeon ¥pOOTIKNAG OV EVIOTILETOL GTO

eMmed0 TOL peAdYypoL emBnAiov.

I') Avetpoisc TS ®Ypac

H ewodva ot dvotpoeio g wypdg Stargardt/ tomov Stargardt moArég popég
opoldlel pe ekeivn g dvotpoeiag Koviov/koviov pafdiov, dcote vo unv eivol

dvvar M ddkpion twv dvo ovtotitwv pe Pdon to OCT. Ewdwkodtepa, mapatnpodval
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SOUIKEG LETAPOAEG OTOV KEVIPIKO aUPIPANCGTPOELDY|, AETMTLUVGN TOV KEVIPIKOV Bobpiov

£m¢ KoL TANPNG AmodlopYvmaon TG doUNG TG wyPAC.

Ewova 7.6. OCT acOevoig pe vooo tov Stargardt.

>t dvotpogia tomov pattern, ta evprjpata oto OCT mowiAdovv avaroyo pe
) BopdtnTa TG VOCOL Kot TN HOPPN KOl KOTOAVOUN TOV OAAOIDGE®V GTNV TEPLOYN
™mg @yxpas. Xvvnbmg etvar epgaveig dtatopayés Tov agopovv ) oTdoa LeEAXYYPOL

eMONALOV-POTOVTOO0YEDV.

Ewéva 7.7. OCT acOevoic 37 etdv ue pattern (reticular) dvotpoeia. ITapatnpeitar

dtoTapayr| TG OOUNG TOV CLUTAEYLATOG LEALYY POV EMONAIOV-QOTOVTOS0YEMV.

Y115 AekiBopopeeg dvatpopies, To OCT cvuPdriel ovslaoTiKd oTn d1dyvoon,

AVAOEIKVOOVTOG TNV TOPOVGIo TOV AEKIOOLOPPOV DAKOV.
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Ewova 7.8. Tvvaika 85 etov pe AekiBopopen dvotpooic twv evniikmv. H
Béhoc) mpokoiel avOywomn TOL  VIEPKEIUEVOL
apEPANGTPOEOOVS Kot drotapoyn TN popeng tov Pobpiov. Emiong, sivan gppovie n
Aémtovon ¢ otPdoag pehdyypov embnAiov-pmtoimodoyéwv. To Aemtd PErog
avTIoTOLXEL G€ EMAUPIPBANGTPOEOKT LEUPPAVY.

AexiB6popon  PAAPN  (moayd

Ytovg mivakes 7.1 ko 7.2 mapovoidloviol To amoTELECUATO TOV UETPNCEDV

TOV TAYOVG TOV KEVIPIKOV OUPIPANGTPOEOOVS OV TPOEKLYAV Amd TNV £EETOCT e

time-domain OCT.

IMivaxag 7.1. To mhyog Tov auEPANCGTPOEBOVG GTOV KEVIPIKO Topén Tov ETDRS

(FT) ko oto onueio 6mov cuvavidvtar ot 6 opilovtieg touég (CFT). Ta dedouévo

rapovaialovrar ws medians (IQR).

Foveal Thickness, FT | Thickness at the center
(um) of the fovea, CFT (um)

Dystrophy,

total 179 160

(106 eyes) | (148.8-206) (132.8-186.3)

RP 190 167.5

(44 eyes) (165.8-206) (141.8-187.5)

CRD 151.5 148

(22 eyes) (135.8-183.3) (126.8-172)

CD 173 164.5

(6 eyes) (128-189) (95.5-172.8)

STGD/

STGD-like | 154.5 147.5

(16 eyes) (144.3-203.8) (115-185)

Pattern 190.5 174.5

(16 eyes) (156.8-230.8) (137.5-201)
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IMivakag 7.2. Amewcovion tov oplBpod tov o@BOAUOV HE QULGIOAOYIKEG N UN

LETPNOELS TAYOVG OUPIPANCTPOELOOVE, Yo KAOE TOTO dvoTpoPing EeXwPLoTa.

RP CRD CD STGD/ Pattern
STGD-like
Normal FT | 31 7 3 7 10
(70.5%) | (31.8%) | (50%) (43.8%) (62.5%)
Decreased |11 13 3 9 6
FT (25%) (59.1%) | (50%) (56.3%) (37.5%)
Increased |2 2 0 0 0
FT (4.5%) (9.1%) | (0%) (0%) (0%)
Normal 33 12 4 9 12
CFT (75%) (54.5%) | (66.7%) | (56.3%) (75%)
Decreased |9 8 2 7 3
CFT (20.5%) | (36.4%) | (33.3%) | (43.8%) (18.8%)
Increased |2 2 0 0 1
CFT (4.5%) (9.1%) (0%) (0%) (6.3%)

*FT: foveal thickness, CFT: central foveal thickness

Spectral Domain OCT

Me 1o SD-OCT ntav dvvatny m AERTOPEPNG OMEKOVION TOV GTIRAS®V TOL
apePANoTpoedovs, cupmepthapupavoprévng eketvng tov eotoimodoytwv. To chvoro
TOV 0000Ap@v 7oV peieTn|OnKe EpOEAVICE OWTUPOYES O©T] HOPON TNG
VAEPUVOKAOGTIKNG YPOUUNG TTOV OVTIOTOL(EL 6TV £V TOV £00 pE TO €O
Tujpe Tov gotovrodoyiwmv (I1S/OS junction).

Ewdwcotepa, otoug opBaipong pe RP, n 1IS/OS épotale va eivol cuveyng kot vo
dwmpel O  QULGLOAOYIKT] OOUN] OTO KEVIPO 1TNG OYPHS, €V  TEPLPEPIKOTEPA
eLQOVICOTOV OlaKeEKOUMEVT] Ko TeEMkd €mave vo givar opartn (ewova 7.9). To
optlovtio pnkog g «ovveyovc 1IS/0S» d1épepe amd opOurd o€ 0@OaANS Ko fTay
Y. 70 oOvoro tv 28 opBaiudv pe RP: 1S/OS length (median, IQR)=1064 um (640-
1635). Kaveic and tovg opOarpodc pe RP dev eupdvile ovveyn v IS/OS oe 6ho t0
unKoc ¢ touns. Avtifeta, oe 4 o@boipovc, M akepardotnTo g 1S/OS Trav
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dlatapaypévn o€ OA0 TO HNAKOG TNG TOUNG, CLUTEPIACUPOVOUEVOL TOV KEVIPIKOV

BoBpiov (ewova 7.10). Ot opBaipuoi avtoi dtatnpovcav ontikny o&vtnta 0.4 £mg 0.9.

Ewova 7.9. Zmv RP 1 IS/OS (BéAn) amewcoviletor ®¢ cLVEXNG VITEPAVOKAAGTIKN
YPOUUT OE pio KEVIPIKT TEPLOYN AAAOTE GAANG EKTOOTC.

Ewéva 7.10. Opborpog pe RP, 6mov 1 ypappun g IS/OS aivetal va Aginetl eviedd
GTNV TEPLOYN TNG OYPVC.

v mieoyneia tov oeBaiudv pe CRD, CD 1 dvotpoeia g oypds 1
IS/OS @owodtav dtokekopuévn N EAeume EVIEADC amd TO KEVIPO THG WYPAC, EVE TO
TEPLPEPIKA M EUPAVION TNG TTPocEyyile mePlocOTEPO TO PLGLOAOYIKO. H oploviia
€KTOOMN TNG KEVIPIKNG TEPLOYNG OOV EAENE 1| GLUVEYNG VIEPAVOKAUGTIKY YPOLUT TNG
IS/OS "tav katd péco 6po (median, IQR): 3388 um (2660-3867) yo tovg 14
opBaiuovg pe CRD/CD. ZEgympiotd, yio. toug 10 o@Baipode pe CRD ftav 3749 um
(3334-4158), evd ywo tovg 4 opbaipovg pe CD: 2400 um (2124-2660). ' Tovg
acbeveig pe dvatpopio Stargardt/ tomov Stargardt ntov: 1009 um (462-1474), evod i
ekeivoug pe pattern dvotpoeio: 389 um (150-3090).
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Oxt® ogpBoipoi ue CRD kou 4 o@Baipoi pe voco tov Stargardt epgdvilay
andAeto. NG ypoppng g IS/OS g 6lo to pnkog ¢ touns. H dudpkeia tne vocou
Yl TOVG cLYKEKPLEVOLG acbeveig Eemepvooe Ta 20 £tn. Agv vanpyov acOevelg pe

pattern dvotpogia kot TApN ammdAelo TG IS/OS oty TEeployn ¢ TOUNG.

Ewévo 7.11. Exave: H cvvéyelo g ypouung mov avtiotoyyei oty 1S/OS (Bélog)
OLOKOTTETOL GTNV TEPLOYN KAT® amd T0 Kevipikd Pobpio, otov AO acBevoig 9 etmv
ue CD. Karo: AcOevig 28 etdv pe CRD. IMopoatmmpeitor coPapn Aémtvvon tov

Kevipkov Pobpiov, evd 1 IS/OS eivar eppavig (Stokekoppévn) Hovo Kovtd oo Opia.

™G Topng.
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Ewoévo 7.12. Awrtapoyr g doung tov Bobpiov ko mAnpng élkewyn g IS/OS, oe
acbeviy pe vooo Stargardt (apwotepd). H vrepoavaxiaotiky aAdloioon (Bérog)
avTioTolyEl og evomdbeon ypwotikng. Acbevig 58 etwv pe CRD: minpng éAdenymn g

IS/OS ka1 onuavtikn atpoeio Tov kevipikov Pobpiov (d&&ra).

Ewéva 7.13. Aictvot dvatpopio tov Sjogren (aploTtepd): ot dALOUDGELS APOPOVV
™ oTdda TOV POTOVTOS0YEWV KOl TO HEAGyYpOVV EMONA0, GE OAN TNV £KTACT TNG
Topng. Xt AekiBopopeeg dvotpoeieg (0e€rd), eaiveronr kabopd n eviomion ToOV

Brapav (BEAN) peta&y g IS/OS kot tov pekdyypov emtdOniiov.
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To amoteléopoTa TOV HETPHGEMY TOV PHEGOV TTAYOLS TOV AUPPANGTPOEIOOVS
010 Pobpio Ko otV gvpHTEPN TTEPLOYN TS ®YPAS KAOMDS KOl TOV HEGOV OYKOVL GTNV

wypd Tapovstalovtatl otov mivaka 7.3.

IMivaxog 7.3. Twég central subfield thickness (CST), cube average thickness (CAT)
kor cube volume (CV), yw t0 obvoro twv ocbevdv kot yioo kabe wornyopio

dvotpooiag Eeywpiotd. Ta amoteléouara mapovaidloviar ws medians, IQR.

CST CAT CVv

(nm) (nm) (mm?)
Retinal
dystrophy | 181 235 8.5
(78 eyes) (144.3-217.3) | (215.8-251.8) | (7.7-9.13)
RP 2155 235 8.5
(32 eyes) (189.8-233.5) | (218.8-248) (7.9-8.9)
CRD/CD 143.5 230 8.25
(28 eyes) (120.5-155.8) | (197.8-248) (7.08-8.78)
STGD/
STGD-like | 196 250.5 9.05
(10 eyes) (153-243.5) (208.5-276.3) | (7.48-9.93)
Pattern 188 263 9.45
(8 eyes) (104.3-210) (242.3-272.8) | (8.73-9.68)
Controls 257 280 10.1
(62 eyes) (240.5-275.3) | (265.8-289.5) | (9.58-10.43)

H dwoeopd otic Tinég tov CST, tov CAT kot tov CV petold tov
0000ApOV pe dVGTPOPia KOl TOV PUOLOAOYIKOV 09000ipav Ppédnke va eivor
6TOTIGTIKG onuovtiky). H dweopd ovt) NTov GTOTIOTIKA ONUOVTIKY Kot OTov

e€etaomnkov Eexwplotd ot d1apopot Tumot duotpopiog (wivakeg 7.4-6 ).
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eAéyyov (Mann-Whitney U test).

MMivaxog 7.4. XOykpion CST petald tov acbevdv pe dvotpoeieg Kot TG OUAo0C

CST YA P
Patients vs. Controls | -7.906 <0.001
RP vs. controls -4.656 <0.001
CRD/CD vs. controls | -7.531 <0.001
Stargardt vs. controls | -3.543 0.001
Pattern vs. controls -3.871 <0.001

eréyyov (Mann-Whitney U test).

IMivaxag 7.5. Zoykpion CAT peto&d tov acbevov pe

dVGTPOPies Kt TNG OULAd0G

CAT Z P
Patients vs. Controls | -8.780 <0.001
RP vs. controls -7.456 <0.001
CRD/CD vs. controls | -7.166 <0.001
Stargardt vs. controls | -3.119 0.002
Pattern vs. controls -2.931 0.003

eréyyov (Mann-Whitney U test).

IMivaxag 7.6. Zoykpion CV petald tov acbevov pe duatpoieg Kot TG Opadog

CV 4 P
Patients vs. Controls | -8.675 <0.001
RP vs. controls -7.439 <0.001
CRD/CD vs. controls | -6.947 <0.001
Stargardt vs. controls | -3.074 0.002
Pattern vs. controls -2.914 0.004
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8. HAEKTPO®YXIOAOI'IKOX EAETXO0X
Full field ERG

) Avotpooicc pafdinv-koviov

Oocov apopd otovg acbeveig e dvotpoeio pafdiov-koviov, to dark-adapted
0.01 ERG dev Ntav perpnotpo og mocootd 67.9% (36/53 oeBaipovc). e GAovg Tovg
vdAOUTOVG 0POaALOVG, Tapovciale OTOPAYEG-ATOKAIGES Amd TO PULGIOAOYIKO
(mivakoag 8.1) ot omoieg, 6T cLVTPWITIKY TOLG TAEYN Pl (86.8%), apopovGaV TOGO
TO YPOVO HEYITTNG avATTTVENG TOL B KOLOTOG 0G0 Kot TO €DPOG TOV.

[Tocooto 54.7% tov nacydviav and dvotpogio paPdiov-keoviov tapovsiole
KoTopynuévn v amdvrnon oto dark-adapted 3.0 ERG. EmuAéov, 51% tov acOevav
eneavie un petpnown amdvinon oto light-adapted 3.0 ERG. X¢ 6ha ta empuépong
epebioparta maparnprdnke kabvotépnon tov ypOVOL HEYIGTNG aVATTLENG TOV O Kot 3
KOpotog kot peiwon tov gdpovg tove. H ghdttoomn tov gdpovg apopovoe

neplocdTEPO TO 0 KOpa, oto dark-adapted 3.0 xou dark-adapted 10.0 ERG.

IMivaxkag 8.1. Amoteréopata tov HAT yio toug acBeveig pe dvotpoeio pafdicmv-
Koviov mov gpedviCov petprioyes omavtnoels. (Ta OPs kat to 30Hz ERG
napovctaloviar Eexwplotd). O tyéc mapovoidovrar wg medians, IQR. Zug mapevléoeig

UE EVTOVI] YPOUUATOCELPC, CHUELDVETOL TO TOOOGTO THG UECHS YUOLOAOYIKNG TYUNG OTO OTOLO

avtiotoryel kabe median value. O ypdvog petpiétor oe MSEC kot o dvvouiko o€ uV.

N a-wave b-wave
(eyes) | a-wave IT amplitude b-wave IT amplitude
Dark-
adapted 95 (117%) 40.8 (21%)
0.01 ERG 17 * * (84.3-110.65) | (29.2-59.15)
Dark-
adapted 3.0 23.5 (102%) | -23.7 (11%) | 51 (100%0) 53.3 (16%0)
ERG 24 (21.4-26.4) | [-59.1-(-6.9)] | (41.8-62.6) (16.9-109.8)
Dark-
adapted 22.8 (152%) | -34.7 (13%) | 53.3 (108%0) 53.8 (14%)
10.0 ERG 18 (20.9-24.1) | [-94.5-(-9.7)] | (35.8-58.8) (16.3-158.3)
Light-
adapted 3.0 16.5 (107%) | -9.9 (29%) 36.5 (122%) 27.2 (18%)
ERG 26 (16-19.5) [-15.3-(-7.2)] | (32-41.5) (14.9-52.6)

* To dark-adapted 0.01 ERG dev mepidaupaiver diaxpiro o kope. Orov 1T= implicit time.




149

i) AVGTPOQisc KOVIOV-pafdiev

[Tocooto 27.5% twv opbaipmv pe CRD mapovsiole koatapynuévo to dark-
adapted 0.01 ERG. Ta avtictoyo mtocootd yio to dark-adapted 3.0 ERG ot o light-
adapted 3.0 ERG fjtav 25% ot 25%. To aroteléopata yio Toug o@baipovg e CRD
OV TOPElYOV UETPNOIUES ATAVTNOELS Tapovatdloviol otov mivaka 8.2. Avtictouyo
POG TIS dvoTpoPieg pafdinv-kwvimv, ot datapayés otic CRD agopovcav kot Tig
Té60ep1g amavtnoels. To e0pog TV Kuudtov ftav Teplocotepo pelwpévo oto light-

adapted 3.0 an6 0,11 oto dark-adapted 3.0 ERG.

IMivaxog 8.2. Anotedécpota fFERG yu toug acBeveic pe CRD. Ta amoteléouara
rapovoialovior ws medians, 1QR. Xu¢ mopevbéoeic pe bold ypauuarooeipd. onusiwveror to
TOGOOTO TG UEOHS PLOLOLOYVIKNG TS oto omoio ovtiotolyel kdfe median value. O ypovog

UETPIETOL 08 MSEC KAl T0 vVouIKo o€ uV.

N a-wave b-wave
(eyes) | a-wave IT amplitude b-wave IT amplitude
Dark-
adapted 100.4 (124%) | 85.8 (44%)
0.01ERG |29 * * (95.2-108.8) | (50.5-128)
Dark-
adapted 3.0 22.5(98%) | -104 (49%) 63.5 (125%) | 202.3 (61%)
ERG 30 (19.5-27.5) | [-138.7-(-63)] | (57.3-69) (125.9-240.2)
Dark-
adapted 16.5 (110%) | -105 (38%0) 64 (129%) 180.1 (40%)
10.0 ERG |25 (15.3-17.5) | [-154.8-(-61)] | (58.7-69.8) (95.4-216)
Light-
adapted 3.0 17.3 (112%) | -14.1 (41%) | 32.5(108%) | 55.4 (37%)
ERG 30 (16-22.4) [-23.3-(-8.2)] | (30.5-38.5) (25.9-75.3)

iii) AVGTPOQisc KOViIOY

Amo toug 8 o@BoApoVG pe dvoTpoeia Koviov 2 gpuedvilay Katapynuévo To
light-adapted 3.0 ERG. Ta anoteréopata tov opborumv pe CD kataypdpoviar 6tov
nivaka 8.3. To light-adapted 3.0 ERG mapovciale onupoviikd peiopéva o kot f
xopato. O péoog 6pog TV GKOTOTIKMY OMOVINGEMV TOPOoLGiale OMOKACELS amd TO

QLGLOAOYIKO, G TOAD MkpOTEPO Pabud oe oyxéon pe t1g eotomkéc. Ilpémel va
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onuelwdel 6tL N ddpkeLln TNG VOGOV Y10, TOVS CLYKEKPIUEVOLG acbevelg Eemepvovoe

Kot pEGo 0po ta 24 £1).

IMivaxkag 8.3. Anotedéopata tov HAT yuo toug acBeveig pe CD. Ta armoteléouara
ropovaidlovrar wg medians, IQR. Xt wapevléoeic ue bold ypauuarooeipa onueiwveroan to
TOGO0TO TG HEGNS PUOLOAOYIKNG TNG oto omoio avtiotoryel kale median value. O ypdovog

UETPIETOL 0 MSEC Kail 0 vvouiko og u\.

N a-wave b-wave
(eyes) | a-wave IT amplitude b-wave IT amplitude
Dark- 105.3
adapted (129%) 138.4 (72%)
0.01ERG |8 * * (95.3-110.9) | (71-529.83)
Dark-
adapted 3.0 22.3(97%) | -135.1 (64%) |57 (112%) | 239.3 (72%)
ERG 8 (29.7-27) [-220.1-(-110)] | (41.7-68.6) | (220.8-278.3)
Dark-
adapted 16.8 (112%) | -208.5 (75%) | 63.2 (128%) | 284.8 (73%)
100 ERG |8 (15.8-20.3) | [-377.9-(-149)] | (50.6-65.4) | (260.3-348.6)
Light-
adapted 3.0 15.5 (100%) | -6.1 (18%) 29.5 (98%) | 18.3 (12%)
ERG 6 (15.3-27.7) | (-35.1-1.1) (18.2-31.5) | (13.8-118.7)

iv) AvoTpoisg TS MYPag

a) Avetpooia Stargardt ) tomov Stargardt

Kaveic amd tovg opboipodc e dvotpopia Stargardt 1 tomov Stargardt dev
enpavile katapynuéveg amovinoelg oto HAI. Ta avtictoyya omoteléopoto
napovctalovtar otov mivako 8.4. T'evikd ov acOgveic pe dvetpoio TS ®YPAg
noapovcialav dwwtapayés oTig empuépovg anavricelg tov fFERG, ov omoieg tav
TOAD NMOTEPES EKEIVOV OV TOPATNPNONKAV 6E TACYOVTES OO YEVIKEVUEVES

dvoeTpoiss.

IMivaxog 8.4. Amotedéopata tov HAT yuo toug acbeveic pe Stargardt/Stargardt-like

v000. To omoteAéouato mopovoialovior w¢ medians, IQR. Xric mapevbéoeic ue bold
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YPOUUOTOTEIPC. GHUELOVETAL TO TOGOGTO THG UECHS PVOLOAOYIKNG TIUNS OTO OTOIO0 QVTIGTOLYEL

kafe median value. O ypovog uetpiéror o MSEC kot 0 dvvouiko oe uV.

N a-wave b-wave
(eyes) | a-wave IT amplitude b-wave IT amplitude
Dark-
adapted 91.8 (113%) | 130.7 (68%0)
0.01 ERG 18 * * (88.6-100.0) | (98.9-190.7)
Dark-
adapted 3.0 235 (102%) | -158.0 (74%) 54.8 (108%) | 247.1 (74%)
ERG 18 (21.9-24.1) | [191.5-(-142.3)] | (52.6-60.0) | (217.0-307.0)
Dark-
adapted 15.5 (103%) | -182.5 (66%) 55.0 (111%) | 260.3 (67%)
10.0 ERG |18 (14.9-16.1) | [-226.7-(-129.9)] | (53.5-60) (226.0-364.0)
Light-
adapted 3.0 16.5 (106%) | -22.0 (64%) 31.3 (104%) | 89.6 (60%)
ERG 18 (15.4-17.0) | [-28.5-(-13.3)] (31-31.6) (72.6-110.6)
B) Avotpopio pattern

Ta amoteléopato tov achevav pe pattern dvotpogio omewkovilovtolr GTov

mivako 8.5. Olec Ol KUHOTOHOPPES YO TOVC GLYKEKPIUEVOLS O@BoAL0DC MTav

uetpnoes. Ta amoteréopata Tov acbevaov pe pattern svotpogisg mposéyyriiav

TEPLOGOTEPO TIS (QPUOLOAOYIKEG TIHEG, OE GUYKPLON NE OAES TIG TPONYOVUEVESG

KOTIYOPIES OVOTPOPLOV.
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IMivakog 8.5. Anotedéopata tov HAT ya toug aoBeveic pe pattern dystrophy. Ta
amoteléouota wapovoralovior wg medians, 1QR. Xug mopevhioeic ue éviovn ypapuatooelpa

ONUELOVETOL TO TOGOOTO THG UECHS YUOLOLOYIKAG TG oTo omoio aviiotoiyel kdfe median

value. O ypovog uetpiétor e MSeC kat 1o ovvouiko o€ uV.

N a-wave b-wave
(eyes) | a-wave IT amplitude b-wave IT amplitude
Dark-
adapted 95.2 (117%) | 155.4 (80%)
0.01ERG |12 * * (85.3-99.4) (126.2-238.8)
Dark-
adapted 23.6 (103%) | -193.8 (91%) 50.2 (99%) | 328.4 (99%)
3.0ERG |12 (22.6-24) [-294.2-(-172.2)] | (48.8-52.5) | (291.4-465.1)
Dark-
adapted 15.5 (103%) | -232.5 (84%) 54.9 (111%) | 366.4 (94%)
10.0 ERG | 12 (14.6-16) [-263-(-204.5)] (43.4-58) (331.6-427.8)
Light-
adapted 16.1 (1049%) | -26.4 (77%) 31 (103%) 123.8 (83%0)
3.0ERG 12 (15.5-16.5) | [-32.3-(-23)] (30-31.5) (109.1-133.3)

IMivaxog 8.6. Ta yopoxtnpiotikd tov o Kot f kopatog oto HAT (medians, IQR), yia

TNV OHAd0 EAEYYOVL.
a-wave IT a-wave b-wave IT b-wave
(msec) amplitude (nV) (msec) amplitude (pV)
Dark-
adapted 81.3 193.1
0.01ERG | * * (78.6-90.0) (154.0-244.7)
Dark-
adapted 23.0 -212.3 50.9 332.9
3.0ERG (19.3-23.9) [-296.0-(-176.2)] | (49-53.3) (307.3-402.7)
Dark-
adapted 15.0 -277.1 49.5 391.2
10.0 ERG | (14.5-15.6) [-305.0-(-248.8)] | (42.4-53) (349.7-449.5)
Light-
adapted 155 -34.2 30 149.2
3.0ERG (14.5-16.1) [-42.4-(-27)] (29.5-31) (126.4-165.6)
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Oscillatory Potentials
37/68 opbolpoi (54%) ue RP kou 13/42 (31%) opBoiuoi ue CRD gpgdvilay

un  petprioo Suvoutkd toAdvioong (6ev Mtav dokprtd amd To eminedo Tov
BopvPov). Ta televtaio Mrav petpnoo oe OAOVG TOVG 0oBevelg pe dvoTpoeia
Koviov 1 dvotpoeia g oyxpds. Ta avtictolyo amoteAécuato Tapovsldlovial GTovV
nivoka 8.7. Aev ovumepihopfdvovior opBoAipol pe  KoTOpynUEVO  OLVOLKA
tahavtoons. o v opdda eréyyov frav: OPs time= 19.8 msec (19.4-20.5) ka1 OPs
amplitude=132.5 puV (118.8-167.5).

Y1ig yevikevpéveg dvotpogiss, To duvopikd taldvroong (dark-adapted)
TaPovoLdlovTay CNUAVTIKG ETNPEACUEVA 1] KOl KATAPYNUEVA, 6E avTifeon pe Tig
oveTpo@icg mov a@opovcav Kupiwg TNV meproyn TS oypias. H dwrapayn
0QopPovGE 1060 TO YPOVo gn@avions (kaBvotépnon) 660 ko to péyedog ToOL

KOPLOATOG, TO 071010 1)TAV 1W010iTEPA pEI®UEVO 6ToVS aoBeveig pe RP.

IMivaxkag 8.7. O ypdvog avamtuéng kot 1o péyebog TV TOANVIOOIK®OV SUVOLIK®OV
(OPSs) yia ké0e tOmo dvotpogiog. Ta aroteléouara mapovaialovror wg medians, IQR. Zrig
ropevhéoerc pue bold onueicdveror 0 mo000TO T™HG MEGNS PLOLOLOYIKIG TYWIS OTO OTOIO

avtiotoyel kabe median value. O ypovog petpiétar o€ MSEC kai To dvvouiko oe u\V.

STGD/ Pattern
RP CRD CD STGD-like | dystrophy
(16 eyes) (19 eyes) (8 eyes) (18 eyes) (12 eyes)
OPs: 31.5 (158%) | 21 (105%) | 33.5(168%) | 20 (100%) 20 (100%)
time (27.6-55.4) (20-28) (22.3-41.5) (19.5-20) (19.5-20.4)
OPs: 21.6 (16%) | 30.2 (22%) | 48.3(35%) | 104.5 (76%0) | 98.3 (71%)
ampl. | (12.9-45.5) (13-49) (15.3-124.6) | (77.6-149.6) | (75-156.4)

*OPs= oscillatory potentials (dvvouura taldviwong), ampl.=amplitude

(e0poc).

30 Hz flicker ERG
Y10 30 Hz ERG, moapammpnOnke onpaviiky mopdrtocn Tov ypévov

ERPAVIONG TS KOPLPNGS TOV KOPOTOS f KaOMg Ko peimwon Tov £0povg Tov OTIg
YeEVIKELHEVEG dvoTpoPiss, wWlaitepa otnv RP. Avrtifeto, ta yopaktnpiotikd tov

KOUOTOG OlaTnpnOnNKay TEPIGGOTEPO OTIS SVOTPOPIES NG WYPAS Kol Kupimg o1t
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dvotpoeia Tomov pattern. o Tovg vyleic oBaApovE o ypdvog epupaviong tov Pl
Nrov: 27.2 msec (26.9-27.5) ka1 to evpog: 118 uV (102.8-132.5).

IMivaxoeg 8.8. Ta yapaxtmpiotikd tov 30Hz flicker ERG (kabvotépnon, vpog) yio to
oOvoAo TV o@BoApdV Kot Yie kdOBe Ovotpogia Eeywplotd. Ta amoteléouota
ropovaidovrar ws medians, 1QR. Zti¢ wapevléoeig pe bold onueidveror to rocooto e uéong

poolodoyikng g oto omoio aviiotoiyel kale median value. O ypdvog uetpiétor oe MSec kai

70 JVVOoUIKO o€ UV .

STGD/ Pattern
RP CRD CD STGD-like dystrophy
(46 eyes) (30 eyes) (8 eyes) (18 eyes) (12 eyes)
30Hz: | 32.8(121%) 33.9 (125%) | 30 (110%) 28.5 (105%0) 27.2 (100%0)
IT (30.8-43.2) (29.4-40) (26.1-32.5) | (28-28.5) (26.7-28)
30Hz: |12.9 (11%) 40 (34%) 16.2 (14%) | 67.5 (57%) 87.5 (74%)
ampl. | (8.2-28.1) (20.5-58.8) | (5.6-81.1) (55.4-104) (83.3-97.1)
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Ewéva 8.1. Evpnpata amd 115 €61 emuépovg amavtioelg tov fIERG e puoiohoyiko
opBaiud (normal), acBevn| (P1) pe dvotpoeia pafdiov-koviov (RP) kot acbevn (P2)
ue ovvopopo Usher. Ot 5 mpmdteg anavtioelg 6xedOV OV KOTOYPAPOVTaL, EVGD KL GTO
30 Hz flicker ERG mopatmmpovvtor e£apetikd pE@UEVO SLVAUIKG KOl GMUOVTIKY
kabvotépnomn tov kopatog. Mpoosoyn! H khipaxa ypdvov kot duvapukod pmopel va

Ol0PEPEL GTO O16POPOL OLOYPALLLLOTOL.
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Ewéva 8.2. Emave: ¢uoioroyiké ffERG (normal) pomp— gupnuoto og 2
acBeveig (P3 ko P4) pe dvotpoeia pafdiov-koviov. Ot anavincelg Kotaypieovot
cOP®MG, MOTOCO TapaTnpeital kabvoTépnon Kot petopéva dSuvapkd T060 6To o 0G0
kot oto B wdpa. Ot dTapoyés OVTEC OPOPOLV TEPICCOTEPO TIC GKOTOTIKES

amavtNoel omd 0,1t Tic pwtomikés. Katm: dotoypapicc fubod twv 2 achevov.
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Ewova 8.3. Erdvem aprotepd: pucioloyikd HAT. a) HAT og o@Baiuo (P5) ue CRD.
Ot dwatapayés agopovy Kupiowg to o KO (0AAG Kot To B) Kot elvol TeEPIGGOTEPO
eppaveig otig potomikés amavinoels. B) Opboipndc (P6) pe CRD. Ot anaviioelg ota
5 mporto epebiopata oyeodv dev kataypapoviar, evd 1o 30 Hz ERG egpeavilet
onuovtikny kavotépnon Kot petmpéva Suvapkd (onwg kKot otov PS). v nepintmon
avtn, N odkpion and ™ dvoTpodio pafdinwv- Koviov dev pmopet va yivel pdvo e to

HAT'. Kéto: ®otoypapieg fuBod twv dvo achevdv.
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Ewova 8.4. a) AcBevrg pe dvotpogio kwviov (P7). To Cone 3.0 ERG kot to 30 Hz
flicker ERG &ivol onuavtikd petopéva, eved 0l GKOTOTIKES OTAVTHGELS d1aTpovVTOL
oe peyblo Pabuod, oe ovykplon mdvtote pe 1o uooroyikd ERG (opiotepd). P)
AcBevig pe ouyyevi aypopatoyia (P8). To Cone 3.0 ERG dev kataypdgetal, evd
oxedov katapynuévo epgavifetar ko to 30 Hz flicker ERG. y) H pBvbookomikn
gwova dev cvpPadiler pe ™ coPfapn dtatapayn mov amokaAvmtel 10 ERG, yeyovdg
Oyt omdvio otg Odvotpopieg (Witepa oTOL APYIKE OTAOR) KoL TO CUVOPOUO

dvoettovpyliag TV KOVIimV.
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Rod resp. Max resp. Cone resp. 30 Hz

Normal “Fr s s es .. T T .

]

Pg ;E Tn ' U R ”7 ‘ : ~ T:E‘ T V. .A- -'4;. TR TR *: PR “,.H E R A V-x;- - o 'z - -

T e s L e

P11 AT WANNANY
P12 S )

A S DA N e AN

P12 P13

p)
Ewova 8.5. Emavm: P9, P10 kot Pl1: acbBeveic pe dvotpopio g oypdc. Ot

QMOVINGEIS TOV TPOEPYOVIOL KUPlwg omd 10 ovotua Tov pofdiov  sivo
ovoworoywkés. To Cone 3.0 ERG eivar ot katdtepa guolohoyikd opia (P9) 7
nmapovotdlel petwpéva duvapikd (P10, P11), oy 6puwg oto Pabud mov mapatnpeiton
oTig dvotpoeieg koviwv. EmmAéov, ot ypdvol epedviong tov a kot f KOpotog oto
Cone 3.0 ERG mapapévovv guotoroyikoi. Duotoroyikd eivar kot 1o 30 Hz ERG.
[Mapopota ekova mtapovstilel to FIERG yia tig meputtdoeig pattern dvotpopiog (P12
Ko P13).
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dortoypagicg: oepég a, B. Ta mapondveo ERGS avtictoyyovv ce O10popetikd
Bubookomikd gvpruata. Xty wepintwon tov P9 mpodkettan yro autosomal dominant
macular dystrophy, ot P10 kou P11 mdoyovv amd v tomiky voco tov Stargardt, eved

ot P12 kot P13 mdoyovv amd dvetpoeio Tomov pattern.

-

VLY _
. AN o \/\’\"w\\

. e

50 e

Rod response =TI TR TR TR TE TR TE T .

Maximal resp. LTI

Coneresp.  LTETITTETETETETTET L

% /f\ f \ /{\\
3 /o
:E.::J/ \\//Uf \\/\_/ \/f
30 Hz TR TR TR TR TR TR TE TE T -
Ewova 8.6. Erdve: e acbevn 23 etov, pe VA=0.9 AAO kot avagepouevn Nmia,

APEOTEPOTAEVPN BOA®GN NG OpacNC, TPOEEAPYOVY TAL ELPNUATO OO TNV TEPLOYN
™mg oypas, katd tn Pvbockdmnon kot ) eAovopoayyeloypapia. Qotdco, o HAT
AVOOEIKVOEL TNV TOPOVGIo SIYLTNG OlTaPAYNG, TOV EMNPEALEL ONUOVTIKA TO

GUOTNUO TOV KOVIOV aAAd Ko eKEivo TV pafdiwv.
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Ewova 8.7. P14: acOevnic 31 etddv pe VA = 0.05 AO kar 0.025 AO. P15: acOevnic 29
etov, pe VA=0.063 AO xot 0.05 AO, adepon g P14. P16: acbevig 9 etdv, tékvo
mg P14, pe VA=0.05 AO «or 0.025 AO. Ta evpnuata oto HAI' kou tov tpiov

By

EI

aPOPOVV TIG GKOTOTIKEG, LEGOTIKES KOl QMOTOTIKEG amovtnoels. Elval nmotepa yio
mv acbeviy P15, evdo to HAT 1ov P16 eivar, mapd 10 veapd g mAikiog tov,
TEPLGGOTEPO EMNPEACUEVO, GUUPATO LE YEVIKEVUEVT] SVOTPOPIN TV POTODTOS0YEWV.
2100epd ebpnpa otovg 3 acbeveig amotelel eniong n onuaviiky kabvotépnon oto 30
Hz flicker ERG.
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Pattern ERG

E&étaon pe PERG mpaypatorombnke oe 32 opbaipovg, amd tovg omoiovg 6
(18.8%) epgpavitav xotapynuévn v andvinon. Ewdwotepa, 10 oxeddv ofmouévo
PERG avtiototyovoe o€ 5 opBaipovg pe CRD/CD kot évav opBoiud pe dvotpopia.
papdiov-koviov. Ta amoterécpato yoo tovg o@BuApovc ot omoiot guedviCov

uetpnopo PERG, yo ka0e €idoc dvotpopiag Eexwpiotd, aivovtol otov wivoka 8.9.

IMivaxag 8.9. Xpovog péyiotg avantoéng kot e0pog tov ototyeimv P50 kot N95 oto
pattern ERG. Ta aroteléouaza mopovoidlovror wg medians, 1QR. X wapevléoeis ue
bold onueidveror to mooooto e uéons pvoLoloyikiS TS oTO 0ol AVTIoTOLYEL KObE

median value. O ypdvoc ustpiérar oe Msec kot o Svvouréd oe uV.

P50 N95

P50 IT amplitude NOSIT amplitude
CRD/CD 54.6 (115%) | 3.4 (53%) 89.9 (90%0) 4.2 (40%)
(7 eyes) (51.1-65.4) (1.8-6.0) (88-115.8) (2.9-9.3)
STGD/
STGD-like
dystrophy 55.3 (117%) | 4.2 (66%) 101.6 (102%) | 4.7 (44%)
(12 eyes) (51.5-61.9) (3.6-4.8) (88.5-113.2) (2.8-7.1)
Pattern
dystrophy 49.4 (104%) | 5.2 (81%) 111.6 (112%) | 8.6 (81%0)
(6 eyes) (47.1-50.7) | (4.1-6.3) (106.3-115.2) | (5.9-16.1)
Controls 475 6.4 99.7 10.6
(20 eyes) (46.4-49.1) (4.2-7.9) (91-102.5) (8.1-12)

*IT: implicit time

[TapatnpnOnke onupovrikn peioon tov gvpovg ™S PSO kopveng km
KaOvoTéPNon OTO YPOVO EUPAVIONS TNG OTOVG 0o0eveis pE YEVIKELHEVEG
dvotpogicg TOV Koviov 11 oypordBeia tomov Stargardt. To yeyovog avtod
AVOOEIKVOEL TNV EKTOON TG TPOSPOANG TNG WYPAS OTIG GLYKEKPLUEVES VOGOULG. XTOVG
acBevelc pe pattern ovotpogio, ta yapoakmmprotikd tov PERG  mpocéyyilav

TEPLGGOTEPO T PLGLOAOYIK(L.
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Ewova 8.8. Xtic mepummtdoeig A ko B, to Pattern ERG mapovoidler peiowon ko
kabvotépnon tov P50 otoyeiov, amokoAVTTOVTOG ONUAVTIKY SloTopoyn NG
Aertovpyiog g wypds. To yeyovog avtd cuvadel pe ) PuBooKomiKy KOV KOl TN
pewwpévn ontikn o&vmra: 0.2 (A acbevig) kot 0.1 (B acBevig). Xto fIERG g A
kaBdg kot ¢ B acBevoig eivar peiopéveg ot amovioelg kot omd o 600 GLGTHHATO

QeOTOVTO00YE®V. H KAnpovoukotrta YiveTol Katd TOV 0VTOCOUKO ETIKPATY TPOTO.



Normal () (A)
C A .y -
PERG B .
Rod resp. i PR o s D s e s m:j!. P e s e e
Max resp. T P R S
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.y N / AN .
Coneresp. “ITTTTTITTTTITTTTT T L ST U

Ewéva 8.9. Ilepummtdoelg vooov tov Stargardt (avtocopixy vmoAewmdpuevn). Xtnv
acBevn| I' to PERG givatl capmg maboroyko, eved otov acBevi) A 1 P50 oyedov Aeimet.
H acBevig I, 52 etv, €xet ontikn o&Otnrta 0.05 otov AO, evd o A, 27 gtdv, dwoutnpel
kaAvtepn 6pacn (AO: 0.6). H popen tov PERG dgv avtavakAd mévtote TV OnTIKy

o&vmto. Emmiéov, kot o1 600 acbeveic mapovoidlovy datapayég oto FIERG.

Multifocal ERG

O ypovog eppdviong kot to €bpog ™ kopvepns Pl yio 10 chvoro tov

QOVTAGEMV TOV AVTIOTOLYOVV oTig 61 empuépoug meployég mov kaAvmter to MFERG
Nnrov (median, IGR): 39.4ms (34.6-54.3) kot 0.2uV (0.1-0.6), ywo To cvvoro twv 61
opOaiumv mov vroPAnOnkav oty eE€taon. O ypovog avamntvéng e Pl tov
oy OvIov ond dvotpodies avriotoyel oto 112.3% g pnéong Tung Tov avtictoyov
1pOVoL TV ucloloYIK®V opBoiumy. EmmAéov, 10 €bpog ¢ P1 otovg acBeveic

oodvvael pe 1o 18.2% tov gvpovg g 6tav mTpdKeLTaL Yol LYLEIS 0POAALOVG.
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IMivaxog 8.10. Xpdvog gueaviong kot evpog Twv N1 kot P1 otoyeiov tov mfERG,

Y0l TOVG SLOPOPETIKOVS TOTTOVG dLOTPOPiaG. Xe mopévhean mapotiOeton 1 oyéon tovg

e TIg avtiotoryes pualoloyikés tiués. Ot tiuég ovtiotoryovy o medians, 1QR.

N1IT N1 ampl. P1IT P1 ampl. P1 ampl.
(ms) (nV) (ms) (nv) (nV/deg?)
RP 22.7 (155%) | 0.0 (0%) 39.4 (113%) | 0.1 (11%) | 2.0(7%)
(31eyes) | 17.7-28.8 -0.1-0.0 35.3-50.2 0.1-0.1 1.0-4.0
CRD 27.5 (188%) | -0.1 (25%) 56.6 (163%) | 0.2 (21%) | 6.0 (21%0)
(6 eyes) 16.5-31.3 -0.13-(-0.08) | 44.5-61.3 0.15-0.28 4.8-8.5
CD 40.5 (277%) | -0.25 (63%) | 57.1 (164%) | 0.75 (79%) | 21.5 (77%)
(4 eyes) 39.5-43.0 -0.38-(-0.13) | 54.5-59.2 0.63-0.80 17.8-23.8
STGD/
STGD-
like 16.8 (115%) | 0.2 (50%0) 53 (152%) 0.5(53%) | 14.5 (52%)
(10 eyes) | 15-19.3 -0.2-(-0.2) 34.2-55.5 0.4-0.6 12.5-16.3
Pattern 16.2 (1119%) | -0.3 (75%0) 37.2 (107%) | 0.85(89%) | 24.5 (88%0)
(10 eyes) | 13.6-17.7 -0.4-(-0.3) 36.1-40.4 0.68-1.0 18.8-28.8

*IT: implicit time, ampl.: amplitude
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Ytov wivoka 8.11 mapovoidlovtal o1 HECEG TYHES TOV ¥POVOL EUPAVIONG KOl

tov gbpovg G Pl oe mévte meproyéc (PAEme pnéB0SOC) MOV GLVOMKA KOAVTTOLV

nepinov 30° ontikov mediov.

IMivaxog 8.11. H kabvotépnon kot to €0pog tov P1 otoyeiov (medians, 1QR), mov

OVTIOTOYYOOV GE 5 Ol0pOPETIKEG TEPLOYEG-OUKTVAIOVE, OTIS OTOieC YwPioTnKeE O

KEVIPIKOG appiPAnotpostdng. e mapévbeon: to moGoosTd TG PUGLOAOYIKNG WEGNC

TIUNG GTO OTO10 AVTIGTOLXEL 1 avTioTOLYN AMAVINGT TOV TAGKOVTIOV.

A. Xty kevrpwkn weproyn (ringl)

Patients RP CRD/CD | STGD/ Pattern Controls
Total (31 eyes) (10 eyes) STGD- (10 eyes) (20 eyes)
(61 eyes) like
(10 eyes)
Pltime |42 40.1 53.5 38.4 40.2 40.4
(ms) (104%) (99%) (132%) (95%) (100%) (39.4-
RING 1 (36.8-49.8) | (35.8-44.1) | (48.6-59.9) | (34.2-51.4) | (37.3-46.3) | 42.3)
P1lampl. | 29 31 13 18.5 78.5 147
(nV/deg®) | (20%) (21%) (9%0) (13%) (53%) (105.8-
(15-57.5) (15-59) (5-28) (9.5-27.5) (39.3-112.3) | 153.8)
B. Xtov 20 doktOlo (ring2)
Patients RP CRD/CD | STGD/ Pattern Controls
Total (31 eyes) (10eyes) | STGD- (10 eyes) (20 eyes)
(61 eyes) like
(10 eyes)
Pltime | 404 38.4 56.6 44.4 40.2 39.7
(ms) (102%) (97%) (143%) (112%) (101%) (37.1-40.7)
RING 2 (35.1-49.8) | (33.3-41.9) | (50.8-59.9) | (34.2-55) | (36.9-45.4)
P1lampl. | 17 9 235 24 42.5 71
(nV/deg®) | (24%) (13%) (33%) (34%) (60%) (47.5-84)
(8-30.5) (7-17) (4.3-35.3) | (15.5-29.5) | (29.3-70.5)




. Z7ov 30 daxktvho (ring3)
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Patients RP CRD/CD | STGD/ Pattern Controls
Total (31 eyes) | (10 eyes) STGD- (10 eyes) (20 eyes)
(61 eyes) like
(10 eyes)
P1ltime | 39.9 38.3 55 45.2 37.4 36.4
(ms) (110%) (105%) | (151%) (124%) | (103%) (35.2-39.9)
RING 3 (34.3-52) | (0-42.6) | (52.4-60.7) | (33.7-54) | (36.4-50.9)
Plampl. | 8 4 20 18.5 335 46
(nVideg?) | (17%) (9%) (43%) (40%) | (73%) (33.5-51.3)
(3.5-215) | (0-5) (9-23.5) (13.5-22) | (24.8-39.3)
. Xtov 40 daxtvlo (ringd)
Patients RP CRD/CD | STGD/ Pattern Controls
Total (31 eyes) | (10 eyes) STGD- (10 eyes) (20 eyes)
(61 eyes) like
(10 eyes)
P1ltime | 36.4 0 56.8 454 36.7 34.8
(ms) (105%0) (0.0%) (163%) (130%0) (105%0) (34.7-38.8)
RING 4 (0-53.3) (0-39.9) | (53-60.1) | (34.6-55.9) | (36-49.6)
Plampl. | 6 0 16 16 245 29.5
(nVideg?) | (20%) (0%) (54%) (54%) (83%) (16.8-36.5)
(0-18) (0-2) (6.8-23.8) | (11.8-18) | (21.8-27.5)
. Xtov 50 daxtoio (rings)
Patients | RP CRD/CD STGD/ Pattern Controls
Total (31 eyes) | (10 eyes) STGD-like (10 eyes) (20 eyes)
(61 eyes) (10 eyes)
P1ltime | 36.9 0 58.1 38.8 37.4 34.6
(ms) (107%) | (0%) (168%) (1129%) (108%0) (34.3-39.5)
RING 5 (0-53.5) | (0-38.9) | (56.3-61.1) | (34.4-54.6) | (35.6-50.6)
Plampl. | 5 0 12 125 215 24
(nV/deg®) | (21%) (0%) (50%) (52%) (90%) (14.8-26.3)
(0-145) | (0-2) (5.8-16.8) | (10.8-16) (16.5-24.3)
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Ewoéva 8.10. o) MfERG @uciodoyikod atdpov: trace array kot KUHOTOUOPPES OV
avTIeTOLY oV oTIC mévTe TePLoyEg (rings 1-5). Xe dvo acbeveic (adéppia) pe RP won
oxedov ofnouéveg amavimoelg oto fIERG, to mfERG (B) avadewvidetl v vmapén
VTOAEWTOUEVNG  AEITOVPYIOG GE OPICUEVEG  TEPLOYEG,
Kvpotopopeéc yio toug 4 opdkevipovg O0KTLAIOVG Kol Tov KeVTpkd topéo. H

eEAPETIKA PEIOUEVT] AELTOVPYIKOTNTO TOV TEPIPEPIKMOV TEPLOYMV GE GYECN UE TNV
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KEVIPIKT PAIVETOL KOl GTOV TPLOSIAGTATO TOTOYPAUPIKO XApTn (D).

ot kevipwkég 10°.
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Ewova 8.11. AcBevrg pe dvotpogia koviov. H swova g oypdg mpoceyyilel to
evolorloyikd (o). To MFERG yopoktnpiletor amd elottouévo edpog tov Pl
otoyeiov, kvpiog oty kevipikn mepoyn (y). Tho mepipepikd, To SvvopKd
datnpovvtor VYNAOTEPQ, OUMG GE OAN TNV TEPLOYT OV KoAvmteTat and to MFERG,

n kopven P1 gpopaviletl yopakmmpiotikn kabvotépnon.

ffERG: cone response

q . N A
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Ewova 8.12. AcBevig pe dvuotpoeia koviov. Ta supiuota givarl avtiotorya pe v

TPONYOVLEVN TTEPIMTOO.
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Ewova 8.13. AcOevig pe voco tov Stargardt, ce mpoympnuévo otédio (a). Xtnv
Kevipikn meployf oto MFERG o1 anavimogic oyeddv dev kataypaeovtot (KEVTIPIKOG
TOUENG), MOTOGO YOP® OO ATY), OVAOEIKVOETOL 1] VTTAPEN GNUOVTIKNG VITOAEUTOUEVTG
Aertovpyiog tov koviov (B) Emumhiéov, vadpyel onuavtiky kabvotépnon oto xpdvo

epeaviong g P1 kopoueng, o 6Aovg Tovg dakTLAiovg (Y).
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Ewéva 8.14. AcBevig pe vooo tov Stargardt (o). Xtnv KevIpikn Teployn, EmG Kot Ta

OploL TOV TPAOTOL dAKTLAIOV, GYESOV deV Kataypapetal I Asttovpyio TV kKoviov (B).

[To meppepikd owt) dwtnpeitar, o€ opopévo Pabud. Ewdwotepa, o ypdvog

gueaviong tov P1 otoyeiov eival puololoyikds, eved to €0pog Tov £ivaor oNUOVTIKA

ehattopévo (y). 'Etol, n tpiodidotomn amekdvion (6) meptlopPdavel Evav kevipiko

«KPOTNPO»,

ApPPANCTPOESIKT AgtTOVPYiaL.

o)

mov  mepIPAAAETOL

P)

amd meployég Omov  dwutmpeitor  KAALTEPO 1

'y il P sl vty
g g Al
ity e e
e il e Py
s, i s W, S a2 M,
B W WAL AR ¥
IO L S P ANV LW
o Ay Al W
2510& P /M

Ewova 8.15. AcBevig pe dvotpoeio tng wypdg mov kAnpovopeitor Kotd tov

avtoocouiko enikpary) tporo. To MERG anokaidmtel 011 1 €ktaon g PAGPNG elvan

peyaAvtept and 0,11 Oa vébete Kaveig pe yvopova poévo ) pvbookdmnon.
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Ewéva 8.16. Tlepintmon acOevoic 75 etdv ue AVMD. Ta svpipata omd 1o mFERG
npoceyyilovv o€ peydio Pabuod to pUGIOAOYIKE. TNV KEVIPIKN TEPLOYN VILAPYEL NTTLOL
KaBvGTEPNON TOV KVUATOG, EVM TO TEPIPEPIKA TOPATNPOVVTOL EAAPPDOS LEWOUEVOL

Suvapukd.



173

HlektpoooOainoypdonuo

HAextpoopBaipoypdonuoe mpoypotomomdnke oe 22 o@Baipote, ot omoiot

eneavilav PuBookomikéc OALOIDOOELS KVPIME TNV TTEPLOYN TG WYPAS (Tivakag 8.12).

IMivaxog 8.12. Tiuéc tov deiktn Arden yio 11 aobeveic (22 o@Baipoig). TTapdiinia

AVOQEPETOL 1) TEMKT SLAYVMOOT) TOL TOHTOL OLGTPOPING GO TOV OTOI0 TAGYOVV.

Arden ratio | Arden ratio
AcBeviig | Avdyvoon | (OD) (OS)
1 Pattern 2.66 2.71
2 Pattern 3.02 2.82
3 Pattern 2.27 2.45
4 Cone-rod 2.15 1.97
5 Stargardt’s | 1.55 1.99
6 Macular 2.26 2.85
7 Best’s 1.87 1.87
8 Rod-cone 1.28 1.46
9 Rod-cone 1.28 1.44
10 RP 1.35 1.08
11 Usher 1.15 1.16

Y1ig neputtooelg pattern dvotpoeiog (cupmepiiappavouévng g AVMD) ot
TIES Tov dgiktn Arden ftav euololoyikég (>2.20). Xtovg 0@BaApovs pe dvotpopieg
™me oypdg (extog tng pattern) 1 CRD to HOI' ftav apeiforo 1 @uo1oAoyiko. ZTic
TEPUITAOGELS OVTEG cupTepAapPaveTon Kon pio acBevilg pe KAMvIKN €ikOvo, vVOGOL TOV
Best (ko1 AexiBopoppeg orrowwoelg oto OCT). Téhog, otovg aobeveic pe

vevikevpéves duotpooieg pafodivv-koviov o HOI Ntav capdg madoroyiko.
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Ewova 8.17. Apwotepa: Kataypoenn HOI' AO acbevodg pe AVMD. Arden
ratio=2.82. Ag&ia: ITaboroyiwd HOT' AO acbevoig pe dvotpoeio papdiov-kKovimy.
Arden ratio=1.28.
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300= \—f—\(_/«i
250—= MIN
2002
1502
0 25 8§ 75 M 125 15 15 20 25 25 2. mi
cams
0= F
| I B i e e it Bt I LA e
0 325 5 75 10 135 15 175 a0 x5 25 38 win

Ewova 8.18. Aprotepa: Oucsroroywd HOI' AO acBevoig pe duotpopia g wypdc.
Arden ratio=2.26. Tnv kvpotepn iowg évoeiEn mpaypotoroinong HOI amotedei n
Otepehivnon  veavikng  oypomddeloc, otn  Opopikn  ddyveoon g omoiog
neprhapPdvetar 1 voésog tov Best. Ag&ua: H pmtoypapio fuBod mov avtictolyel oto

nmaparive HOT.
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Ewoéva 8.19. Apwotepd: HOI' AO veopod acbevoig pe vooco Stargardt. Arden
ratio=1.99. Ag&ua: HOT" AO aoBevoig pe pattern dystrophy. Arden ratio=2.45.

OnTIKG TPOKINTE dVVOULKG

Kataypaen VEPs (pattern reversal n/xou flash) zmpaypatomombnke oe 5
acbeveic (mivakag 8.13). Ot puolohoyikég Tuég yuoo to pattern reversal VEP eivau:
P100 implicit time=103.3 ms (98-105.8) kot P100 amplitude=17.1 pV (14.3-22.6).

IMivaxog 8.13. Xpdvog eppdviong kat e0pog tov P100 ctoryeiov oto pattern reversal

VEP acfeviyv otovg omoiovg m teEMKN Odyveorn Mtav ovuti g OuoTpoeiog

apePANGTPOEOOVC.
P100 IT | P100IT | P100 ampl. | P100 ampl.
AcOeviig | Auayvoon | (OD) (OS) (OD) (OS)
1 RP 111.3 100.5 7.0 7.8
2 Usher | ------- S e T e e
3 LCA 89.3 111.2 7.4 5.9
4 CD 107.7 97.9 4.8 7.1
5 CD |- e e e
*Omov 10 onueio ------- ONUOIVEL TPOKTIKG GPNOUEVH OTOVTHOY, Ul OLOKPITH OTO TO

emimedo tov Gopvfov
IT: implicit time, ampl.: amplitude

H dwrtopayn agopodoe meplocdtepo 10 €0pog mapd 10 YpOVO HEYIOTNG
avantuéng e P100. Xe dvo meputtdoelg, to péyebog tov onuatog Pprokdtay 6to

eninedo Tov BopvPov, NANOT TPAKTIKAE NTAV KATAPYNUEVO.
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[Ipéner vo onuelwbel OTL 01 TEPIMTOGELS OLOTPOPiOG Kwviwv, Otav o€
ovvodevovion amd 1witepo  Pvbookomikd evpnuata, upmopel va  Bewpnbovv
EGQPOAUEVA MG TAONGELS TOV OTTIKOD VEVPOV. ATOTEAOVV £TCL KTLTIKEG) TEPMTMGELS

omov pmopet vo avalnmOei n coppoin tov VEP.

0 P100

e Al A AL At W I |
o 0 W 4 60 @0 100 120 140 160 180 200 220 ms

P100

B N 0 A N VRN DAY VN M
B) 0 40 i 80 100 120 140 160 180 200 220 ms

v —

37 P100

2 NE0 N135

0 A LA VA DAl U M
’y) 0 40 G080 100 120 140 180 180 200 220 ms

Ewova 8.20. a) dvcroroywkn kataypaen VEP pe pattern reversal. g) Pattern reversal
VEP ac0evotg pe dvatpopia koviov: av ko petwpévn, n P100 dwaxpivetar. O ypdvog
ELLPAVIONG NG Elval oTOL AvdTEPO PLGLoAoYIKA Opa. Y) Kataypaen pattern reversal
VEP cg acBevi mov Bpébnke tehkd vo mhoyet and dvotpopio koviov. Kot edd 1

draTapoyn apopd TEPIGGOTEPO TO EVPOG TOL KOUATOG TTaPd TO YPOHVO EUPAVICNG TOV.

9. MOPO®OAOTI'IKEX-AEITOYPI'IKEY YYYXXETIXEIX

Aev Bpébnke oyéon petald tov mopouétpov CAT, CV, CST, IS/OS
(length/loss) kot TtV nAektpopuololoyikdv e€etdoemv, ocvykekpiuéva: g P50
Kopveng oto PERG, tov a kdpatog oto cone ERG kot tov 30 Hz flicker ERG, yw
Kopio amd T TpElS Katnyopieg dvotpopidv (pofdiwv- koviov, Koviov/ koviov-
papdiov, wypdc).

Qotoc0, vaipEav cvoyetioelg Twv petpnoewv oto OCT pe ™ logMAR.

Ewdwotepa:
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1) X 000aipnove ue RP

Metpiov BaOpov, oTaTIGTIKG SNUAVTIKY], 0pviTIKI] cvoyiTion Ppédnke
petadd mg lIogMAR kot tov: a) CST (rgp=-0.555, p=0.032), p) 1S/OS length (rs,=
-0.601, p=0.023). Aev ioyve 1o 1810 Y100 T0 CAT (rsp=-0.420, p=0.119) 1 t0 CV (rsp=-
0.412, p=0.127).

VALOGMAR
i
VALOGMAR
:

T T T T T T T T
150,00 0000 250, 0 3o, 0 3 00 0,00 50000 1000,00 1500,00 200000 2500, 00 3000, 00

A) CST (um) B) '1SI0S (LENGTH, )
Ewova 9.1. Awypdaupata doomopdg (scatter-plots) 6mov @aivetar n oyéon peta&o
tov Twdv CST (A), IS/OS (B) kot g logMAR oe acbeveic pe RP. H T mov
eUEavifel oNUOVTIKN OTOKAIOT amtd TIG VIOAOWMEG OviKeEL 6 acBevr] pe cHvopopo

Bassen-Kornzweig.
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2) Y& 000arnovc uge CRD/CD

Métpuo, 6TATIGTIKG GNUAVTIKY, 0pVTIKI] cvoyiTion Ppédnke petald g
logMAR ko tov: a) CAT (rs,=-0.616, p=0.019), p) CV (rsp=-0.601, p=0.030). Aev
Bpébnke oyéon pe v meployn omov Aeimer | I1S/OS (rsp=0.300, p=0.370), ovte pe 10
CST (rs=-0.077, p=0.794).

VALOGMAR
VALOGMAR

T T T
20000 225 ,00 250,00 275,00

150,00 175,00 500 600 700 80
A) CAT (um) B) CV (mm3)

VALOGMAR
3 \
VALOGMAR
ER
.
.
o
0
0

T T T T T T
20000 2000, 00 3000, 00 4000, 00 5000, .00 6000,00

1") s = 1m‘v‘mcs-r (pm)1 = A) 1SOS (MISSING, pm)
Ewova 9.2. Awypdppota d1aomopds 6mov gaivetatl 1 oyéon HeTosd Tov Tinov CAT
(A), CV (B), CST (I'), IS/IOS - ammiewn (A) ko g IogMAR ce acbBeveic pe
CD/CRD.

3) Xe 000aipnove ne dVGTPOVisc OYPAC

Ioyvp1), otatioTikG onpavtiky, apvntiky cvcyétion Ppédnke petalv g
logMAR ko Tov: a) CAT (rs,=-0.778, p=0.014), B) CV (rs,=-0.782, p=0.013) kan
Myoétepo tov CST (rp=-0.669, p=0.049). Avrifeto, dev Ppédnke oxéon pe v
neployn Omov Aeimer n I1S/OS (rs,=0.521, p=0.150). Qoté60, oTO OVTicTOL( L
owypappato S10omoPag, ivar ERPAVEIS 000 TEPINTTOGELS 0Q0UANOV pne younin
6paon (IogMAR>1.5) kv yopniés Typég mayovg/oykov oto OCT, o omoieg

emnpedlovy oNUOVTIKA TO OTOTIOTIKO omotéhecpa. To Televtaio, emopévmg,
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npénel vo, Yivel amodekTd pe em@oiaén. Emmiéov, sivon mbovo to pukpd deiypa
0QOUAU®Y VO UMV EMTPETEL TV ATOKAALYT LLOG 1OYVPNE OYEONG UETAED TOV TIUDV

GTO OVTIOTOLYO SLOYPALLLOTOL.

VALOGMAR
VALOGMAR

180,00 y y y 3 200 %0 800 200
A) CAT (um) B) cV (mm3)

VALOGMAR

1") " - CST (um) "
Ewova 9.3. Awypdppoto dtacmtopds 0mov aivetotl 1 oxéon Hetasd tov Tipov CAT

(A), CV (B), CST (I') kar ¢ logMAR oc¢ acOeveic pe duvotpogio TG oypds.

Yvoyetioelc wov apopovv o MERG

Agv Bpébnke ovoyétion petald tov mhyovg tov apePinotpoedovg oto OCT
Kot ¢ andvinong oto MFERG, ywa tovg opboipovg pe CD/CRD 1 dvotpoeio g
oypdc. Avtifeta, Yo tovg 0@0aipodg pe RP, n péon amavinon (N1P1) ava
povadoe emeavewng oto MERG, ot Tpelg empépovg meproyés mov ehsyyOnkav
(meproyés 1, 2, 3), PpéOnke vo oyetileTon 16VPAE PE TO AVTIGTOL(O TAYOS TOV
apPIANGTPOELdOVS, 0TS avTd vmoroyileton pe o SD-OCT. Ewdwkétepa, To
néyebog g amavinong oty meproyn] 1 (kevrpiki)) tov MFERG Bpédnke va
oyetileTan woyvpa pe 1o Tayog Tov ap@ipinorpoctdovg CST: ryp,=0.747, p=0.003.
Opoing, wyvpn Betkn] ovoyétion Ppédnke petadd tTov gvpovg ™G amdvrnong

otV nepoyn 2 oto MERG kot tov avriotoyov mwayovs 100 ap@pinctpoctdoic
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(rsp=0.881, p<0.001) kaOAG Ko peTAED TOL EHPOVS TNG ATAVTINONG GTNV TTEPLOY] 3

K01 TOV OVTIGTOL(0V TAYX0VS TOV ap@ipAncetpoetdovg (rs=0.740, p=0.004).

g 8 H
L L §

average RING 1 amplitude (nVideg2)
R S
§

average RING2 amplitude (nVideg2)
g

3

5
g

y ! . y y 300
CST (um) B) inner ring thickness (um)

Z

average RING3 amplitude (nVideg2)

T T T T T T T
0 22000 24000 2600 28000 30000 32000

w00 200, 0
1") outérming thickness

Ewova 9.4. Ttoug mdoyoviec and RP, peyaddtepo mhyog tov ap@iAnctpogdohe
oV mEPOYN TG OYPAc (tpelg empépovg meployéc) Ppébnke vo cvvdéeton e
KOAOTEPT AUEIPANGTPOEOIKY Asttovpyio. XNV £1KOVO TOPOLGLALOVTOL TO OVTICTOLYN
dwypappato domopds ywoo kéBe mepoyn: Al Kevipwn meployn, B: mpdTog

nepBariov daktoAlog (ring 2), I': devtepog mepipdiiwv daxtoiiog (ring 3).

Téhog, 6oov apopd ot oxéon petad g péong andvinong oto MFERG (oe
OAOKANPN TNV TtEPLoY oL avTod KataAapuPdvel) kol tov unkovg g IS/OS (] g
neployng omov 1 IS/OS Aeinel, av mpdkertan yio CD/CRD/dvotpogio oypds), avty
dev Ppébnke va eivorl OTOTIOTIKG OMUOVTIKY Y00 KOpo omd TIC TPELS KOTnYopieg
JVOTPOPLOV: I'5=-0.300, p=0.624 (Svotpopies wypdg), r=0.011, p=0.971 (RP) xou
rp=-0.872, p=0.054 (CD/CRD).
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XYZHTHYXH-XYMIIEPAYXMATA

1. EvawoOnoia otn gotev) avtideon

Ymv mapovoa peAét, 1 CS tov opOaiumy pe duoTpoPion Kol GYETIKA KOAN
otk o&vmta (>0.5) Ppébnke onuavtikd pelwpévn oe oyéon pHe eKeiv) TV
QUGOAOYIKGOV 0POOAUDV: 1 S10pOopd aPOPOVSE OAOKANPO TO QPAGHO TOV YWOPIKOV
oVYVOTNTOV. AKOUN Kot Otav eAéyyOnkav Eexymplotd ot oBaApol e PLGIOAOYIKN
onttikn) oEunta (>0.9), n CS e€axorovbovoe va eppavilel dtoTaporyés.

H odwmictwon 611 ov acBeveic pe RP kol oyetikd koA omtikny o&vtnrto
eppaviCouv onuavtiky peimwon g CS og éva gupd QACUO YOPIKOV GUYVOTHTOV
EPYETOL GE GLUPOVIOL LE TOL EVPTUOTO TPONYOVLEVOV pa%aro’w.m’ 121, 122 Opopévol
gpeuvntég evtomoav dwotapayn g CS axdun kot oe acbevelc e QLOLOAOYIKN

123,121,67 . , . , .
31216 yeyovog mov emPefordvetal amd TNV TApoLoa UEALTN.

ontiky] o&vnrao,
[[Ipémer vo. onuerwOei ot1 amd ) ovykekpiuévny uelétn amoxieiotnkay arouo. ue LCA 7
1oppés ovvopouurnc RP extog tov ovvdpduov Usher, Adyw e youning opoong (<0.5).
Eto1, ta awoteAéouata €Ivol GUYKPITIUG UE EKEIVA TV TPONYODUEVWV EPEDVMV, OOV
xpnooroiOnkav arouo. ue RP i ue RP kot advdpouo Usher.]

>y mapovoa epyacia, Yo Tovg acbeveig pe Va>0.5, n dwatapoyn apopovos
T1g ovyvotnteg >6 cpd. H dwrtapayn mg CS tov opboiudv pe RP evtomictnke

67, 121

TEPICCOTEPO OTIG LYNAES GLYVOTNTES OO OPIoPEVES NEAETEG, eV oe GAleg

TOVIOTNKE 1 MOPOLCIC GNUAVTIKAG Olatapayne ot pecoieg M/ ot youniég
Guxvérnrsg.124'126

Ytoug opBoipotg pe RP ko VA>0.9, n CS Ppébnke mepiocdtepo
emnpeacpévn  oTig pecaieg ovyvotntes. To yeyovdg avtd pmopel va opeidetar v
Hépel 010 OTL M ékTaoT TV PAABOV 0TO KEVIPIKE ONTTIKA TTedia S1€Epepe peTald TV
acOevodv: 1 aTOAEW. TUUOTOS TOV KEVIPIKOV ONTIKOL 7mediov elvar mbavod va
emmpedlel onuaviikd v CS, mepocdtepo akdun omd v omtiky ofvtro.®’
Emmiéov, n opdda pe omtiky o&vtnta >0.9 mepihdpPove eEopetikd pikpd opbud
0pOaAL®Y, GLVERMC T ovtioToryo amoteAéopata Ba mpémer va agloloynfodv e
TPOGOYN.

2tovg aoBevelg pe dvotpoieg g wypac, N datapayr e CS evromiotnke
1660 oTIC YapunAés 2t 600 kot oTic VYNALC ouxvotTec? amd madadTEpES HEAETEC,

evd og GAdeg Ppédnke 0T M PAAPT apopd Kuplwg TIC YOUNAEG cLYVOTNTEG OTOV M
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omTiKY] o&VTNTA &lval youUNAN Kol TIc VYNAEG O6tav M omtiky] o&vtnTar drotnpeiton
1K0wo7tomnm'].128 2V Tapovoa Epyacia, 1 dlTapayn APOPOVcE OAEG TIG YWPIKES
oLYVOTNTES, KLPIOG OUMC TIG LEGOIES Kat peoaieg TPog YoUNAEG ocvuyvottes. Tpénet
€0 va AneOel voOY”N OTL 1 OpAda TV SVOTPOPLOY NG WYPAS eivar e&opeTikd
ETEPOYEVNC, EMOUEVMOC 1) CLGTOGCT] TOV OLAOMV TOV TOCYOVI®OV OO SVGTPOPIEC TOL
aQOPOVV KLPIMG TNV @YPG Umopel vo SlaPEPel ONUOVTIKG Omd HEAETN GE UEAETY.
EmumAéov, ot cvykekpipévn épevva pedetiinikov poévov acbeveic pe kaAn 1 dprotn
onTIKY 0&EVTNTA, YEYOVOG TTOL JEV {0YVE Y10 TIG TPONYOVUEVEG LEAETEG.

AveEdptta amd T YopKn cvyvotta Omov gvtomiletonl TEPIGCOTEPO M|
BAGPN, N mapovca epyacia emPePardvel TO YEYOVOS OTL 01 TAGYOVTES OO SOLGTPOPIES
enpaviCouv onuavtikd emmpeacpévn CS, akoun kot 6tav 1n ontikny tovg o&vTnTa
npooeyyilel To puoloroywkd. H peiwon g CS umopei va emmpedlel onpovtikd v
wKovoTta TV actevav va avtameEéABovv oTIg amoutnoElg ¢ KadnpeptvoTTOog
(xtvnon, spyaci(x).lzg’ 130

To yeyovog 6t 1 CS eivar petwpévn oe maoyovteg pe ontikny o&vtra ion pe
1.0, vodekviel v mapovsia opyavikng PAEPNg 1 omoia dev €xel akdpa emnpedost
v ontikn o&unta. Emopévmg, povn n ontikr| o&dra gaiveton vo unv emapkel yo
oV TANPN EAEYYO TNG OTTIKNG AELITOVPYIOG GTOVS GUYKEKPIUEVOLG AoOEVELS.

O éleyyxoc g CS mbavag €xel peyardtepn a&lo 6tav TPOyUATOTOEITOL G
acBevelc pe oxeddV PLGLOAOYIKN OTTIKY o&vTNTA. X ALTOVG dEV OVIKOLY LOVOV Ol
nhoyovieg amd dvotpoeia pafdiov-koviov, aAld kot ekeivol pe opyuod otadiov
dvotpoia ™G OYPAS M YeVIKELUEVN OLGTPOGIN. TOV GLGTHWOTOG TV Koviov. Ta
dropo VT pIropet va Sotnpovy KaAN OTTTIKY 0EVTNTA Kot 01 AAAOLOGELS 6T0 Pubo 1)
ta omtikd medio va glvar Mmieg. O éleyyoc g CS pmopel va ocopPdrer oty
OAOKANPOUEVT] TTPOGEYYION TOV GCULYKEKPIUEVOV 0acOevdv Kol GTnV  KoTovonon
VTOKEWEVIKOV GUUTTOUAT®OV 7OV UTOPEl vo. U GLVAOOLV TAVTIOTE pE  TO

OVTIKEILEVIKE EVPLLOLTOL.

2. 'Eyypoun 6paon

Opeova pe o amoteléopato TG Tapovoos HeAETNG, To 67% mepimov TtV
0pOolpdv mov pmopovoay va, aviarneéElbovv otig amaitoelg tov F-M 100 Hue test,
enepavile dwtapoyn ™G aviinyng tov ypopdtowv. H €yypoun opaocn ntav
euvoroywkn mepinov oto 50% tov opBoiumdv pe dvotpogio ™ wypds. To

avtiotoryo mocootd dev Eemepvovoe to 30% ommv RP, eved ftav axoun mo yopnid
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ywo. tig CD/CRD. Ztnv mAgtoyneia tovg ta mohkd dtoypaupata tov o@Oaipmy pe RP
N dvotpoeio TG wYpds spedvitav caen dEova ovyyvong, ocvvibwg B-Y. Xta
Swypdppota tov atopov ue CD/CRD 1 katavoun tov Aabdv cuvnbmg apopovoe
O0AOKANPO TO YPOUATIKO KOKAO.

H odwmictmon 011 o1 dwatapoyéc g EyYpOUNS OpUCoNS OTOTEAOVV UAAAOV
Koo evpnuo omv RP Ppiloketoan o€ ocvppovia pe plo oepd mponyovueEVOV

131133 % snowomowdvtog to F-M 100 Hue test, ot Fishman kot cuvepydrect™

LEAETAV.
Bprkoav 6tL N ypopatiky aviiinym ennpedletol onUavTikd 6tovg tacyovieg and RP
otav 1 otk o&vnTa gtvon <20/30 1/kan dtav givon epeaveis atpoeikés PAdPec oty
mepoy] ¢ wypds. EmumAiéov, m mapovcio ToOL 0VTOCOUKOD EMKPATOVS THTOL
KA\npovoukotntag Ppédnke va cuvdéeton pe KaAvtepn emidoon tov achevdv GTo
GUYKEKPIUEVO test,?31 133

Ye opBoApovg pe RP kot oyetkd kadn omtikn o&btnrta, M datopoayn oTO
TOAIKO S1dypappa eaivetal vo apopd meptocotepo tov B-Y d&ova cdyyvong, evd oe
exeivoug pe yapnAn o6pacn n PAAPN evromiletor ovyvd kol otov R-G déova.l?’a’ 134
>V mopovca gpyocia, dev Ppédnkav opbaipol pe R-G d&ova ovyyvonc. Qotdco,
otav a&oroynnkav poévo ta amoteréopata tov achevav pe Va>0.5, avénbnke n
napovsio Tov B-Y d&ova kot mapdAinia erattdOnke 0 aptBUds TV doypopUdTmY
omov N PAGPN KatoAdpPoave To HEYOADTEPO HEPOG TOV PUGHOATIKOV KUKAOV, YMOPIG Vo
glval SuvaTn 1M EVIOTIOT GLYKEKPIUEVOL AEOVA GUYYVOTC.

YTIC yevikeLpéveg  dvoTpoeieg tav  Koviov(-pafdiov),  cuvhibog
npocPdAilovror kot ta Tpia £idn koviov, eropévag ot dwutapayés oto F-M 100 test
UTOPEL VO aPOPOVV KOl TOVG TPELS YPOUOTIKOVS AEOoVEC. XmovioTepa UTOpel va

mapotnpn0el peyaddtepn sumiokn tov S- | TV L-kaviov, 13

HE OmOTEAEC O, TV
EUPAVIOT OVTIOTOLY®OV (QOIVOTUTI®MV. XTIV TOPOVCH €PYOCiO, OEV EVIOMIOCTNKOV
TOPOOIEG TEPUTTAOGELG.

Tpeic opBoipol (2 acbeveic) pue CRD eiyav @uoioroyikd TES, mapd to
coPoapd emnpeacuévo cone ERG. Zta avtiotoryo moAMKAE StoypaUUoTo TV ELQOVIG
N TOPOLGIO YOUNANG OLKPLTIKNG IKOVOTNTOS TOV XPOUATOV, AP TO PLGLOAOYIKO
TES. EmimAéov, n dudpketa g vocov tav 4 kot 7 £ yia Toug d0o acbeveis Kot ivan
YVootd ot ota opyikd otddoe g CRD —av ko omdvia- m owatapoyn g
YPOUOTIKNG avTIANyMg pmopel va eivan Ao 1) oedov pmSocuwﬁ.Sl' 3% 061600, GTOVG
TEPLOCOTEPOVS 0GOEVEIG e YEVIKEVIEVES dVOTPOPIEG TV KOVimV, 1 £yypmun 6poon

. , . , , 31
TPOOJEVTIKG EMOELVAOVETOL LEYPL TAPOVS OTDOAELNG.
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Y1 vooo tov Stargardt, n PAGPN apyikd aiveton vo givar Hmia Kot vo. apopd
tov R-G d&ova, apydtepa motdcso pmopet va apopd to R-G 1 tov B-Y d&ova oto F-

127, 139 , , ,
T'evikd to cVvoro TV Aabdv

M 100 Hue test v dudyvta 10 GAGHATIKO KVUKAO.
oto F-M 100 test cuvnOwg eivar <400, oe avtiBeon pe TIC YEVIKEVUEVES OLOTPOPIES
tov koviov.* Yy mapovoa gpyacia, o aovac tov B-Y ftav mo cuyvog amd tov
R-G otoug maoyovteg and dvotpodio g oypds. To dBpoioua tov Aabov nTav <400
Yo 6Aovg Tovg acbeveic extdc amd pia yovaika pe Tomiky voco tov Stargardt, yio thv
omoia Ntav TES AO=456 xor TES AO=428. O pécsog 6pog towv Tywmv tov TES ftav
HKpOTEPOG AKOUN KOt omtd ToV avTicTolyo Yo Tovg opBaipovg pe RP, yeyovog mov
umopel v pépet va opeiletonl 6to OTL 1| OUASA TOV SVGTPOPIOV TNG OYPAS NTAV
etepoyevnc kot mephauPave peta&d GAAwmv dropo pe pattern dystrophy, ta omoia
ovyvd epeaviCouy Nreg LOVO dTAPUYES TNG OVTIANYNG TOV XP® udrmv.l40

Agv Bpébnie onuavtikny oxéon tov TES pe v nlkio tov acbevov,
dupketla g vooov 1N v ontikn o&vnrta. Eivar mbavo ta evpnuata oto F-M 100

Hue test va eaptdvion mepiocdtepo and Tig Tapovoeg petaArdéels, mov kabopilovv

o€ k@Oe mepinton Tov TPOTO Ko TO YPOVO TPOGPOANG TOV KOVIOV GTOV KEVIPIKO

apeBANcTPOEdN.

3. OntTka media

Ytovg acBeveic pe RP, n emdeivoon tov deiktn MD ota ontikd medio pe to
npoypappo. Humphrey 30-2 Bpébnke va oyetiCetor pe T ddpkeln g vOGOV.
opeova pe gpyacio mov Paciotnke oty Kivntikny mepuetpio, ot acOeveic pe RP
xavoovv Kabe ypovo 10 4.6% TOL OTTIKOL TOLG nediov. ! Emmhéov, &xel Ppebel 0TL ko
TO KEVIPIKO omTiKO medio, 0mmw¢ mpocdiopiletar pe o Humphrey 10-2 npoypappa,
EMOEWVOVETOL CNUAVTIKE 6TOV évav 1 Kot Tovg 000 0pBaiods Tov macydviov ond
RP, o¢ Sigompa 5 etdv.

Agv Bpénke ocvoyétion peTa TOL OMTIKOV Tediov kol TG MMkiog ToV
acBevov pe RP mov ocvppeteiyov omv mopodcoa HEAETN, YEYOVOS mOL UmOpel va
opeileTor 610 OTL M NAKIO ELEAVIONS TNG VOGOV TOTKIAAEL OTUOVTIKA KAO®DG Kot 6TV
KAMVIKY] Kol YeveTikn etepoyéveta mov yopaxtnpiler tnv RP. H onuavtikn etepoyévela
umopetl va evBhvetar kvupimg Kot yu 1o Ot dev Ppédnkav cvoyeticelg Tov onTIKOD
mediov pe v nAkia 1 ™ ddpkelo TS VOGOV, Yo TOVG TAGYOVTIES Amd OLGTPOPIES

KOViov/oypdg.
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Ot dwotapoayéc Tov omTikov 7ediov oTovg acBeveic TG TapPovoAS UEAETNG
OLEPEPOV YEVIKA avAAOYO LE TOV OV ETPOKELTO Y10 YEVIKEVUEVT 1| EVIOTICUEVT] OTNV
@ypa voco, yio droTapayr Tov ennpéale Kuplwg To oA TOV paPdiov 1§ avtd TOV
Koviov. Qotd60, VANPYE Kol AAANAOETIKAALYN HETAED TV TOPATAVED TEPMTOCEMV.
Tnv kakdtepn ekdvo mapovsiolov ta omtikd media otnv pattern dystrophy.

210 obvorlo TV acbevav, dev vanpEav ATOHN LE EVIEAMG (QUGLOAOYIKA
KEVIPIKA Kot TEPLPEPIKE Tedio, aKOUN Kot OTAV 1) OTTIKN 0EVTNTO NTAV PUGIOAOYIKT).
To yeyovdc avtd, oe GLVOVAGUS LE TIG TAPATNPNGELS TTOL apopovoay TV CS kot v
Eyxpoun opoon, eavepmvel 0Tt o1 acbeveic pe dvotpopieg punopet va mapovstalovv
nelmon g Agrtovpykng Opaomg, akdun kot 6tav n ontiky] o&hnra dratnpeiton

(PLGLOAOYIKT).

4. OnTiKn TOpoypa@io GUVoyNS

Topeaova pe to aroterécpata tov eléyyov pe OCT (kvpimg spectral domain),
ot opBoipol pe dvotpogieg eueaviCovv onuoavtiky HeEI®ON TOL TAYOLS TOL
apePANGTPOEOOVS 0TO0 KEVIPIKO Pobpio kol otV guplTEPN TTEPLOYN TNG OYPAC, OE
GUYKPION HE QLOLOAOYIKOVG 0PBaipovs. Ot maoyovteg oeBaipol mapovsidlovv
ONUAVTIKY] HEI®MON Kot TOL OYKOL TOV KEVIPIKOV ap@PBANcTpogdos. Ot amokMoels
amd TO QUOIOAOYIKO NMTOV TEPIGGOTEPO EUQPOVEIS OTIG YEVIKELUEVES SVOTPOPIES
(papdiov-koviov 1  koviov-papdiov). Ot oeboiupoi pe pattern dystrophy
napovsiolov  oyetikd  koAvtepo  omoteAécpoto.  EmmAéov,  moapatnpnOnkov
ONUAVTIKES OOMKEG-LOPPOLOYIKEG OlOTAPAYEG OTOVG TAGYOVTIEG OPOUALOVG, TOV
agopovcayv Kupiog T otifdda Tov eoToimodoytwv kot ewdikotepa v I1S/OS
junction.

Ta amoteAéopato OV APopoLV T0 HEGO TdyoS oto Bobpio KabBMG Kkl To HEGO
mhyoc otV wypd emPePardvovy ekeivo TAAMATEPTG EPELVOG TOL TPOYLOTOTOONKE
oc opBalpovc pe diGpopa €idn dvotpopioc, pe xpion Fourier-domain OCT.*
Emmiéov, onuoaviikéc arlowwoelg oty I1S/OS £xovv meprypapel o Oleg oxeddv Tig
KOTNyopieg OLOTPOPIOV TOL OPOPOLY TPMTOTOOMG TO GUUTAEYHO HEAAYYPOV
emOnAiov-pwtobmodoyémy. s 13 18
A) OCT kar RP

>10vg 09pBaApovc pe RP, ot amokAicels and to QLGIOAOYIKO MTAV EAPPDOS

LEYOAVTEPES Y10 TIG TOPAUETPOVS TOV OPOPOVCAV TNV EVPVTEPT TEPLOYN TNG WYPAS

(CAT, CV), oe oyéon pe 11c TéEC mov ogopovoav to Pobpio (CST). X
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OLYKEKPIUEVN KoTnyopio. OLGTPOPIDOV, O TEPIPEPIKOC AUPIPANCTPOEIdNG cLVHOWG
npocfaiieTton vopic omv mopeion TG VOGOL Kol Ol GAAOUDCEL TPOOOEVTIKA
EMEKTEIVOVTOL TPOG TNV Teployn TG ®ypds. Emopévoe, tovddyiotov ota apyikd
oTAdL0, 1) OTOAELY 10TOV AVOUEVETOL VO Elvar HeYoADTEPT] OG0 ALEAVETOL 1] OTOCTACT
and 10 kevIpkOd Pobpio, emnpedlovioag aviioToro TIG UETPNOELS TTOL APOPOVV
HEYOADTEPN £KTOCT KEVIPIKOV AUPPANGTPOEIOOVG.

Yopeova pe to gvpnuata tov eAéyyov pe TD-OCT, to péco méyog Ttov
apeIPAnoTpoedovg otov kevepikd topéa tov ETDRS (FT) xabdg kot to péco moyog
oto ké€vipo tov Pobpiov (CFT) frav @uololoyikd oty TAEOVOTHTA TOV 0POAAU®OY
ue RP (cuvdpopikn ko un).

Eivar yvootd 611 0 1poémOg pe tov omoio vmoAoyiletor TO TAYOG TOV
apeipAnotpocidong pe ta 6vo €idn OCT dwpéper onuaviikd. Me to TD-OCT 1o
nayoc petpiétar amd v ILM péyxpt to éow Opo g IS/OS, evd pe 1o SD-OCT
vroroyiletan amd v ILM péypt 1o éom 0pro tov perdyypov embniiov. H dwpopd
VT £YEL MG GVVETELN PEYUADTEPEG TIUEG, OTAV Ol peTpnoelg yivovtor pe SD-OCT.
"Exet Bpebet 6T1 o1 Tipég Tov Thyovg otov Kevipikd topéa tov ETDRS Sapépovv katd
HEGO 6po KoTd 58.91um petaéd tov dbo opydvev.'** O pabnpatikoc tpodmog
HETOTPOTTHG TV TGV Tov SD-OCT o Tyés TD-OCT mov éxet mpotadei,™* apopd
QLGLOAOYIKOVG 0PHAALOVG Kot Yol TO AOYO avTd 0 BempnOnke oKOmUN 1 €POPLOYN
TOV GTNV TOPOVCO, LEAETN).

Onwg mpoxvmtel amd 1otomafoloywés peréteg, to €€® TUMUOTA TOV
ooTobmodoyéwv gival exeiva Tov Katd KOplo Adyo mpocPairovtal otnv RP, oM amd
TO, OPYIKE OTAdIOL TNG vooou.1* Qotdoo, o TPOTOG VTOAOYIGHOD TOL UEGOV TAYOVG
ot0 Bobpio N 610 KEVIpO NG WYPac pe to TD-OCT ovclaotikd amokAeict To EEm
TUNLOTO TOV OTOVTOI0YEMV. ZTNV TAPAUETPO OVTH UTOPEL VoL OPEILETOL EV LEPEL TO
yeyovog 6t | mhstoynoio twv opBoipmv pe RP Bpébnie va éxel puololoyikd méyog
ue to TD-OCT oty mopovca perétn. Avtiotpo@a, to yeyovdg OTL T0 TAYOG GTO
Bobpilo, omwg petpnOnke pe 1o SD-OCT, Ppébnke onuoviikd HEIOUEVO GTOVG
nhoyovieg and RP, mBoavog opeiletar otig PAGPec-ondrea 16100 mov gvromilovtol
Katd KOplo A0yo ot otifdda TV emTOLTodoYE®V, 101g 610 ££® TURpa Tovug. Ot
oudoeg oBoipdv mov pedetOnkav pe ta 6vo OCT dev aAANAoEmIKOADTTOVTOL
TAMPWOG, EMOUEVOS N ALECT) CUYKPIOT] TOV ATOTEAECUATMV OV Elvar duvart).

Emmiéov, éxer amoderytel 011 vmdpyovv oeBaApol pe RP mov datnpodv

QLGLOAOYIKT Sopn Kot Agttovpyio oTov Kevipued appiBinotpoetdn.*® To yeyovog ot
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opwopévol opBaipol Bpédnkov vo €yovv avEnuévo mhyog oto Kevipikod Pobpio
amodideTol Kotd KHplo Adyo oTnV Topovsio apeIBANGTPOEIOKOD O10NUOTOG TO 0T0{0
dev Ntav opatd kotd ™ PvBookdmnon. Ipdyupatt, to 32% tov acbevav pe RP ot
omoiot dev gueavifovy KLoTIKEG oAAOIDGES Katd Tn PvbBookdmnor, €xel KVOTIKO
olonpa gpeavég oto OCT otov évav oeBaipd kat to 18% £€xet oldnua kol 6Tovg 6v0
ocp@akpoi)g.sz

INUovTikd evOlopépov €xel exkdnAwbel ta tehevtaion £y v VTOPEN
oyxéong pueta&d tov auEIPANSTPOEdIKOD TaYove 1| TG Hopeng g I1S/OS oy oypd
LLE AELTOVPYIKEG TAPAUETPOVG. ZYETIKT avapopd YiveTol 610 KePdAalo TG cvinTnong
Y0 TIG LOPPOAOYIKEG-AEITOVPYIKES GUGYETICELS.

B) OCT ko CD/CRD

H onpoavtikn peimon tov mdyovg Tov apeiPAnctpostdons 6to kevipikd fobpio
OALG Kol otV gupOTEPN TEPLOYN NG OYPAS Tov Ppébnke otovg oeBuipods pe

CRD/CD Ppioketar oe ovppovia pe mponyovpeveg peréteg e 147

Xe OpPIGUEVOLG
acBevelc, M ewoOvVO oTOL MO TEPIPEPIKE TUNUATO NG ©XPAS pmopel va potdlet
KaAVTEPT GE oYEon He 10 kevipkd Pobpio, evd oe AGAAOLG OAOKANPN M TEPLOYN TNG
toprg epaviceton atpoeici.tt’ Emmiéov, oe aoBeveic pe CRD éyovv domotm0dei
EKTETAUEV  OVOOLOUOPP®GT)  TOV  AUPPANCTPOEWIKAV  GTIBAdwV (retinal
remodeling), ovénuévn ovykévipwon debris kobbhg kot mopovsio KLOTIKGV
GYNMUOTICUDOV GTNV ooxpd.l48’ %9 01 8vo TPAOTOL TOPAyovtes mBavag gvbovovror ev
HEPEL YO TO YEYOVOG OTL, GTN GLYKEKPIUEVT epyacia, Bpédnkay opBaipol pe CRD kot
avénpéveg ég FT, CFT oto TD-OCT. ITpoxetton yuor 00 o@Baipos evog amd Toug
ndoyovteg, 6to OCT T0V 0mOiOV dEV NTAV EUPAVEIC KVGTIKOT UNYOVIGUOL.

>V Topovoa PEAETT), TO TOG0GTO 0QOUAUDY e puotoroykég Tiwég CFT, FT
NTOV LEYOADTEPO Yl TIG dVOTPOPieg pafdiwv-Koviov ce oyéon He TIG dVOTPOPiES
Koviov. Qo1600, 10 péyebog tov delypatog yia 1ig CD (6 opBaipol) dev emrpénet v
e€aywyn OCQUAD®Y CUUTEPACUATOV Y1OL TUYOV YEVIKEG O0POPES UETOED TMV OVO
KOTNYOPLODV.

I OCT kon 6vGTPOPIES TS WYPAC

O ipég CST, CAT ko CV tov opboipmv pe Stargardt | tomov Stargardt
ovotpoeia PBpédnkov onuoviikd HEI®PEVEG GE GUYKPION HE TOLG (PLGLOAOYIKOVG
opBaiuovg. Ocov aeopd oty tomikny (vmoAewmduevn) voco tov Stargardt,

ToAOTEPEG PEAETEG EYOoLVV Oei&el OTL TO TTAYOG TOL AUPPANCTPOEBOVG GTO KEVTIPIKO
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BobBpio kaBmG Kot 0 OYKOg TOV AUPIPANGTPOELBOVS GTIV ELPVTEPT] TEPLOYN] TN WYPAC
elval oNUaVTIKG LEIOUEVO GE GYECT LLE TOVG PLGLOAOYIKOVE 0(p800»u01')g.72' 74, 150-152
Emuméov, éxel meprypagei dtotapayn g doung N TAnpng anmAewo g 1S/0S

610 Keviptkd Bobpio o 0@BoAOlG e voco tov Stargardt.”>

To péco gvpog g
neployng omov édewne n IS/OS kopovotay petacd 2853 kot 4390um otig S1dpopeg
us)»s’rsg.n’ 153 ve OPIOUEVEC TEPIMTMOGELS, 1 EKTAOY aLTY EEMEPVOVOE EKEIVN TNG
toprc. 2 Tty mapovoa perétn, 4 opbopol Tapovsiolay amdieta e 1S/OS ot dho
TO UNKOG TNG TOUNG, eved Oev vmnp&av oebaipoi mov vo mapovstdlovy povo
datapoyn kat OxL —pikpn €otm- ammAswa g IS/OS. Emumiéov, n péon éxtoon g
nepoyng omov éleume n IS/OS ftov pkpdtepn (1009um). Or empépouvg Srapopés
HETOED TV gpeLVAOV TV ogeilovion ev pépel 6to pKkpod deiypa (<15) acBevav
oL xpnolponmodnke otTig HEAETES OVTEC, KAOMG KOl 0TV KAWVIKY £TEPOYEVELD TG
vOcov, Tov pumopet vo epeavifetot pe ToKileg AAALOIDCELS GTNV OYPA KoL OVTICTO(ES
dTapayEs ot Kpo-avatopio e mepoyns. AAA®ote, 68 TPOGPATN EPELVO TOL
agopovce Kovd aplfud acbevov pe vooco (vmoAewmduevn) tov Stargardt, Ppébnke
andrero. TG 1IS/OS o710 Bobpio 010 45.1%, ektetauévn ammdAsto (éktaong >1 Oniaiog
Swopétpov) 6to 47.1% ko povo oto 7.8% Ppébnke amodiopydvwon Kot Oyl amdAELL
™mg 1S/0S™2, [MBavdg T0 pikpd detypa g mapovoag HeAETNG Vo unv NTav Kavo
MOOTE VO ATOKAALPOOVV TEPITTMOGELS TTOV OVIKOLY GTNV TEAELTALN KOTIYOPi.

Yty moapovoa dwotpifny, o 6pog Stargardt-like dystrophy mepilouBaver 6Aeg
eKeiveg TIg mepttdoelg Svotpoeiog 6mov 1o FFIERG mpoceyyiletl to puoioloykd Kot ot
omoieg 0ev pumopovv va eviayfovv ce Katnyopieg e0KOAN SLOKPITES amd TN VOGO TOV
Stargardt, omwc wy. pattern, vitelliform, central areolar dystrophy. Eivar mfavo va
TPOKELTAL Y10 TEPUTTMOCELS OVTOCMUIKNG EMKPATOVG VOGOoL Tov Stargardt, dvotpopieg
0V Ypopocodpatog 6, bull’s eye maculopathy (BEM) pe puoioroyiko ERG k.a. Ocov
aPOpPE TNV TEPINTTOOT THG LTOCOUIKNG VToAemopevng BEM pe puotohoyco fIERG,
ta gupnuata oto SD-OCT umopei va mepthappdvovv amodiopydvoon tov EEm
TunudTov TV eotovmodoyxtwmv, Aémtuven g ONL, atpoeic tov peAdyypov
emOnAion.™ Enione, oty avtoompkh emkpoty BEM, oto SD-OCT pmopei va
VILAPYEL HEION TOV TAYOVS TOL AUEPANGTPOEWOOVG otV WYPd, TS ONL, tov ¢éEm
TUNUATOV TOV QOTOVTO00YE®MY, KOODS Kot EAATTOON TNG OVOKANCTIKOTNTOG TNG
oTIfadag Twv (poaroi)n080xécov.155 H avaivon tov anotelecudtov tov OCT otnv
apovoo datpiPn mepAdpupove TOPOUOIEG TEPITTAOGELS, YEYOVOS GTO OTOI0 UTOPOVV

va 0mod0000V Slopopég 6 GVYKPLON LE TPOTYOVLEVES LEAETEC.
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XOopupova pe to armoteléopota tov Stratus OCT, opiopévor opBaipol pe
dvotpoia g wypdc Stargardt/Stargardt-like eiyov euotodoyikéc Twég CFT kan FT.
[Tpdkertan yioo dropa mov Ppickovtal oto apyikd otddio g vOGOoL, 6T 0Toin, Ot
BAGPec oto OCT pmopei va Tepropilovon axdpn kot povo oe méyvvon e ELM.™°

Oocov agopd oTIC YOPpOKINPIOTIKEG eVOTODECEL GTOV QUPIPANCTPOEN TOV
acBevov pe STGD-FFM, avtég mapatnpndnkav povo oe 8 o@Badpovg pe duvotpopia
mg @ypag, otn ovykekpévn peAétn. ‘Exel dwatvmwbel n dmoyn (PBaciopévn oe
ueléteg pe OCT) Ot o1 evamobécelg eivorl TEVTE TOT®V, OVAAOYa LLE TN LOPOT KOL TNV
oK} Tovg EVIOmION HEG OTIC ApEBANOTPoEdUES oTfddec. ™’

Y11c dvotpopieg tomov pattern, cvumeprappavouévng g AVMD, n dopn
TV oTifadwv Tov apeiPAnctpoeidoic oto OCT cuyva dratnpeital o€ IKAVOTOMTIKO
Babuo, 1ding otig TEPLOYES YOP® amd TO Boepi0.158’ 9 Qot600, umopel va vépyovv
dwTapayés g 1S/0S™* N mhyovon ¢ otnPadoac  peAdyypov embniiov-
Xoptorplxoatéio')v.lSB Ewwotepa, oty AVMD, cuvifog sivor gpoavig n mapovcia
AekBOLOPPOV VAIKOV, TO 0moio Umopel vo TPOKOAEL AvOY®OON TOV VIEPKEIUEVOV

AUPIPANCTPOEOIKOV cdeE‘)wv.leo

Mg Bdon ta mapoandve, propel vo eEnyndel to
veyovog 01t ot petpnoelg oto OCT Ntov oyetikd KOAOTEPEG YO TN GLYKEKPLUEVN

Katnyopia SVGTPOPLDOV.

5. HiekTpo@uororoyikog Ereyyog

1. Full-field ERG

a) Avotpogisg papoiov-kovimy

[TepiocdTEPOL 0O TOVG GOV 0POAALOVG e duoTpoPia pafdiwv-Kmviwy Tov
oLUUETElYOV 0T peAéTN eppavilav oyeddv katapynuéveg amavinoelg oto fIERG,
EVA 01 LIOAOUTOL TAPOLGTIALAY GNUOVTIKEG SLOTOPAYES GTO o Kol 6TO B KOpO. Xvyvd
otovg acbeveig pe RP dev kataypdoovior petprioyeg omavimoelg oto fIERG, evo,
OTOV KOTOYPAPOVTOL, TOPOTNPEITOL HEIMOT TOV €DPOVS TOV O KOl B KOHATWV, YEYOVOS
OV OVOOEIKVVEL TNV VTOPEN STAPOYNG OTO EMIMESO TMV (poaroijnoéioxécov.161 H
dwtapayr] aeopd extdg amd TO €DPOG KoL TOVG YPOVOVLS HEYIOTNG OVATTUENG T®V
KOUATOV Kol pUmopel va elval eLeavig T060 OTIG GMOVINGELS TOV OTOLUOVAOVOLV TN
Aettovpyia TV paBSimlez 0060 Kot o€ EKEIVEC OOV KLPLOPYOVV TOL kovia. 1% 18 ‘Eyet
dwmotmbel 6t o gvpPuata and to FFERG pmopei va dagépovyv petald tov

YEVETIK®OV KOTYOPLDV TNG RPp.162
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Ot dwgpopéc oto fIERG peta&d tov ogboiudv mov ocvupeteiyav otny
TOPOVCO, LEAETN UTOPOLV Vo arodobohv 6To d1popeTIKd GTAd0 TS VOGOV, GTNV
TOPoLGio SOPOPETIKOV pPeTAALGEEDY oTovg aobevelg pe RP xobodg kot otnv
TaPovGio. IKovoH aplBpoy aTOU®V HE OLOPOPETIKEG HOPPEG dLOTPOQiag pafdimv-
Koviov, kupiog cdvdpouo Usher. 1o tedevtaio, 6mwe kot otnv RP, ot aAlayéc oto
ERG pmopet va mponyodvtor TV CLUUATOUATOV omd TNV Opacn Kol ToOV
Bubockomkdy gvpnuiTmvy, cupuPdAlovias oV Eykatpn didyvaon. ®

B) Avotpoiss kmviov-pafdinv/ dveTpo@iss KOVimv

[Tepimov évag otovg téaceptg 0pBaipovg pe CRD gppdvile katapynuéveg Tic
amavtioelg oto ffERG, eved or vmorowmor mapovsialav maboroyikd Suvouikd Kot
xpOvVoug avdamtuéng tov o kot B kKopatog. To o Ko NTav TEPIGGOTEPO UEIOUEVO OTIG
POTOMIKEG OO 0,TL GTIG OKOTOMIKEG amavtnoels. Ta gupniuota ovtd Ppickovrol o
ocvpeovio pe moAodtepeg peréteg oe opBaipovg pe CRDS, 6mov ot aAAOIOCELS GTO
ffERG xvpoaivoviav omd Mmoo EAATTOON TOV SLUVOHIKOV HEXPL GYEOOV OPNouEveS
OTOVTIOELS KOl apopovcov GAAote €&icov Tovg 00O TOTMOVE POTOVTOSOYEMV Kot

X 5 , 94, 165, 1
@\hote mepiocdtepo T kKaowvia. X 1% 1% 3g

TpOSPATN £PEVVO, Ol CKOTOMIKEG KO
LEGOTIKEG omavTioels TV acevav pe RP Bpébnkav va vroieimovtotl onpovtikd tov
avtictoyywv omavinoeov oe dtopo pe CRD, evd ot d10popég oTIg QOTOMIKES
OTOVTIOELG OEV NTAV GTOTIOTIKA OM uocvm(ég.lle

Ta mopandve kabiotovv gueavny ™ @von g CRD wg dvotpoeiag mov
emnpedlel onuoavtikd Kot to. 000 €idn ewtoimodoyémv. Avtifeta, ot dvoTpopia
KOVioV, ol omavTioelg mov e€aptdvTol Kupimg amd T0 GUGTNUA TOV KOVIoV eivat
ocLVNO®G ONUAVTIKG HELOUEVES 1] OEV KATOYPBAPOVTIOL EVED, TOVANYIGTOV GTO OPYLKE
oTao10, 01 AmavTNoELS TV paPdinv eivar (oyedov) (puctokoymég.w’ 168 4 damictwon
aLTH NTOV EUPOVIG KOl GTNV Tapodca epyacio, mapd tov Kpd aptdpd oeHaipmv
mov PBpébnkav va £xovv TN vOG0. Ot ONUAVTIKA ETNPEACUEVES POTOMIKES OTOVTIGELS
o ocvvdvaoud pe TG kaAdtepa datnpnuéveg okotomikés, kabiotovv 1o FIERG
SYVOOTIKO Yoo TN OVGTPOPia KOVimv, 101iTEPO GE MEPIMTMGELS LE KOAN OTTIKN
ofhmra ko gldyiota N kaBo6Aov gvpnpato amd To Puho. Téroleg mepmTOGELS
avayvopiotTkay otnv topovca epyacio (000 acheveic).

) AveTtpogieg TG )pag

>10 6VVOLO Tovg o1 opBaApoi pe voso Stargardt 1 tomov Stargardt sugdviCov
KaAvtepa dratnpnuéveg Tig anavinioelg oto fIERG og cuykpion pe toug opOoipong

ue RP, CD 11 CRD. Qo1600, 0 nécog 6pog TV amovioewv tapovsiole amokAicelg
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amd TO UVGLOAOYIKO, TOV APOPOVGOV KVPIME TO EVPOC Kot TOAD AyOTEPO TO YPOVO
EUEAVIONG TOV KUUATOV o Kot B. ZOUQOVE UE TO OTOTEAEGLOTO TV UEAETOV TOV
agopovv v tumikn voco STGD-FFM, to fIERG umopel va givar puoiohoyiko 1 va
Tapovctalel dtaTapayEc, omavio Opms g Papvtnrag mov yapaktnpilet v RP 1 11g
CRD/CDs.**™ O Bird kot ot OUVEPYATEG TOL OEKPIVOV TPES OUAOES aoBeEVDV
avaroya pe tic odrowwoelg oto fIERG: 1) acOeveic pe puotoroyikd ERG, II) acBeveic
LLE PLUGLOAOYIKES OKOTOTIKEG OAVTINGELG OAAG LELWUEVO TO €0POC TOL B KOLOTOG OTIG
eotonikég amavinoelg kot 1) dropo pe dotapoyég oTIC AMAVINGES TOV KOVIMV
aALG KoL TOV paBSicov.97 Ot pawvotumor avtoi dev avtictoryovoav 6t fvbockomikn
gwova, ovte oyetiCovray pe  ddpketa 1| v nhkia Evapéng g vocov.

Ocov agopd otnv autosomal dominant Stargardt (STGD3, STGD4) dev
vdpyovv woavomomtikd otoryeia amd 1N PiPMoypoeic  yio Tto  axpiPég
NAEKTPOPLGIOA0YIKO TPoPid TV Tacydvimv. To FIERG pmopei va eivar puoioroyiko

N vo mopovctdlel NLeg 61urapaxég.50’ 172

EmmAéov, otig meputtmwoelg bull’s eye
maculopathy, to ERG umopei va. epgavifetar uotohoyiko 1 He 0AAOIDOELS TOIKIANG
Bapounrag Ko evrémcmg.l55 Oupoiwg, o1 mepumtdoelg «voécov tomov Stargardty mov
neplhappdvovior 6T0 oTAd0  oVTO TG HEAETNG  eUEAvifOLV  QUOIOAOYIKO 1)
emnpeacpévo 10 ERG, cvpBdiloviog 6t cuvolkn €kOVO TOV OTOTEAEGUATOV TTOV
agopovv tn Stargardt r| Stargardt-like wypomdadeia.

Téhog, oTig dvotpopieg Tomov pattern (cupreprapPavouévng g AVMD), to
ffERG cuviifog civar puotohoytkd 1 TapovsLilel GYETKE NTIES OAOIOOEL, ™ 173,174
YEYOVOG OV OIKOOAOYEL EV UEPEL TNV KAADTEPT YEVIKT EKOVO TMOV OTAVINCEDV TMV
acHevmV TG GLYKEKPIUEVTG LEAETNG.

Oscillatory potentials

ZNUoVTIKO T0G00TO TV 0PBOAL®V LE YEVIKEVUEVES OLGTPOPiEG paPdimy Kot
Koviov mapovciole oyxeddv katapynuéva OPS, evd ot vmdéAowmor eueavilov
ONUOVTIKA UEIOUEVO TO GLUVOAIKO €0POG TV TPV HEYOA®V emapudtov. Idaitepa
ocov agopa otnv RP, drotapayés ota OPS (pmtomikd 1] oKOTOMmKG) £X0VV TEPTYPOAPEL

GE€ TPONYOVUEVEG HSMZ’CSQ,”S' 176

AVOOEIKVOOVTOG TN GLUUETOYN otV mafoloyikn
Sldkacio Kot TV E6ATEPOV OTIPAO®V TOV AUPIPANGTPOELSOVC.

Ytoug opBoipodc pe dvotpoeieg e wypds, too OPS dev Mtav moté
KaTopynuéva, mapovcialov OUMG OMOKAICELS amd TIC PLGIOAOYIKEG TIUES, Ol OTOLEg

NTav TOAD MmdTEPEG OMO EKEIVEG TV YEVIKELUEVAOV dLOTPOoPL®dV. To yeyovdg ovtod
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eMPePo1dVEL TNV GYETIKA O TEPLOPIGUEVT £KTAON TNG OUPIPANCTPOEOKNG PAAPNC
OTIG OVOTPOPIES TS WYPAG.

Téhog, mapatnpnOnke onpavtikny kabvotépnon tov ypovov euedviong tov Pl
EMAPLOTOC OTIS OVOTPOPieg KOViwv, TOAD peyoddtepn oamd 6,1t OTIC OLOTPOPIES
Koviov-papdiov. To yeyovog avtd pmopel va opeileton oto péyebog Tov delyuaToC
twv CD (novov 8 opbaipol) 1 va eivar evOEKTIKO TG d1apopeTikng euong tov CDs
kot CRDs. EmmAéov mAnpogopiec pmopel va mpokOyovv amd i HeAETn kdOe
emdppotog Tov OPS Eeymprotd kot amd ) HEAETN TV avoroyidv petald tov
EMOPUATOV.

30 Hz flicker ERG

To 30 Hz flicker ERG napovoiale datapayéc otovg opboiuovg pe CRD/CD,

yeyovoc mov smiPePondvet mponyodpsves pekétec 1

KoL lvan LEAAOV OVOLEVOLLEVO
o€ vOG0LUG OMOV SUTOPACCOVTAL CNUAVTIKA Ol AEITOVPYIEG TOV KOVIMV. ZMUOVTIKEG
AmOKAIGELS amd TO PUGIOAOYIKO TopatnPNONKay kol 6tovg oeBaipovg pe RP, mov
a@opovcav TOG0 G6To0 €0pog OGO KOl 6To YpoOvo avimtuEng g Pl xopveng. H
kaBvotépnon avt) tov KOpotog oty RP gaiveton va eivon to amotélecua g
HetpEVNS evalotnoiog TV KoViov 6 cuVIVAGUO [Ee TV KaBvoTepnévn amdvinon
Tov Inner retina oto 8pé910u0c.179 Ta yapoakmpiotikd Tov 30 Hz ERG oty napodoca
epyoasia frav emnpeacpéva oty RP otov id10 kot icwg oe peyorvtepo Babuod amd
0,1t otv CRD. X¢ npdoeatn épevva, to gvpoc oto 30 Hz ERG og acbeveic pe RP 1
CRD Bpébnke va VTOAEIMETOL CNUAVTIKA TOV QUGLOAOYIKOV, OGTOGO OeV OLEQEPE
ONUOVTIKA HeTa&D TV 600 oud?)wv.m To yeyovdg avtd avadeikviel T evon g RP
®g dyvInNg VOGOL TOL  OUPIPANGTPOEWOOVS, Ol GCULVEREIEG TNG Omoilag Ogv
nepropilovtatl pévo 610 GUGTNUHA TV pafoimv.

Ytoug opBoipovg pe voco Stargardt/ tomov Stargardt, ot dwutopoyés oto 30
Hz ERG ag@opodocav mepiocdtepo T0 VYOG TOL KOUOTOG KO ALYOTEPO TO YPOVO
eupaviong tov P1. Tm voco STGD-FFM, 1 peioon tov gupovg oto 30 Hz ERG
QOiVETOl VO OTAVTATOL TEPIGGOTEPO OGLYVA omd O,TL 1 TaPATact Tov YPOHVOL
eupdviong tov Pl. EmumAéov, o pécog 0pog tov €0Povg Tov B KOUOTOG VITOAEITETOL
OTLLOVTIKA TOV PUGLOAOYIKOV, YOPIG OGTOGO VO SLoPEPEL LETAED TOV TEPUTTOCEMV LE
1 xopic flecks.}
2. Pattern ERG
To evpog g P50 kopuerg oto PERG ftav xotd péco 6po PEIOUEVO GTOVG

acbeveic pe CD/CRD xofdc ot oe ekeivoug pe dvotpoeio Stargardt/ tomov
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Stargardt, yeyovog couPotd pe tn coPapn dratapoyr TG OYPIKNS AEITovpYiog Tov
YopaKTNPilel YEVIKA TIG CLYKEKPIUEVES OVTOTNTEG, NON Oomd Ta TPOIA oTAd. To
€0pog ¢ P50 Ntav vynAdtepo otovg opOoiovg pe pattern dystrophy, yopic avtod va
cvvendyetot amapoitnta 6Tl 1) KOTNyopiol LT GLVOEETOL LE TN STNPNON KAAVTEPNC
®yPKNG Aettovpyiag. To delypa mov ypnoomomOnKe 610 6TASI0 AVTO TNEG UEAETNG
NTAV GYETIKA UIKPO, EMOUEVMOC 1) YEVIKELOY TMOV OMOTEAECUATOV KOAO &ivar va
amopevybel. AMwote, gival yvootd 01t To PS50 Kot 6T0ug TPES TAPUTAVE TOHTOVG
SVOTPOPLOV UTOpel Vo €lval QUGLOAOYIKO, HEWMUEVO 1] KOTOPYNUEVO, Y®PIC Vo
avtikatontpilel Tavtote TV omtikn o&vto. Idwitepa otn voco tov Stargardt, sival
YOPOKTNPICTIKY 1 onuovtiky peimon mg P50 kopueng N ko n mAnpng e€apdvion
™G, EVO 1N OTTIKN 0EHTNTA STNPEITOL IKOVOTOMTIKY|. XT1 GUYKEKPIUEVT] LEAETT, OEV
VIPEY TEPIMTOGELS TANPOLS £E0paviong TS P50 og 0pBaipog pe duotpopiec g
@ypds. QotdGO, N OUAdL TOV OLGTPOPIOV NG WYPAG AmOTEAOVVTAY KLpiwg omd
TEPMTMOGELS OV gV Pmopovv va, BewpnBovv tumkn STGD-FFM o mhovdg Exovv
OL0POPETIKO YeVETIKO VTTOPadpo.

3. Multifocal ERG

2tovg opBoipotg pe RP, cuvnbmg kataypdeovtay amavIicElS TNV KEVIPIKN
TEPLOYN KO GTOV TPATO SUKTUALO, TO EVPOG TV OTOIMV NTOV CULOVTIKE EAATTOUEVO.
Y10V 0g0TEPO OOKTOAMO, 0OLTO YWOTAV OKOUN 7O YOUNAO, EVO VLINPYE Kot
kaBvotépnon tov kopotog. Ilo mepipepikd, otovg MEPIGTOTEPOVS OPHAALOVS, OeV
Kataypaeoviav anavinoels. EmmAéov, oe opiopévoug opBaipong dev kataypapovtay
AmovVTNOELS SLOKPLTES omd 10 00pLPo 6E OAOKANPN TNV £€KTACT] TOV KATOAAUPAVEL TO
MFERG. Ta evpruato avtd emPefoidvovy Tponyodueveg uskétsg.lgo’ 181

Y1ic CRD/CD to byog towv amaviicewv oto MFERG nrtav onuavtikd
puewwpévo oe OAn v mepoyn tov 30° mepimov: 1O YoENMAGTEPO  OLVOUIKO
KOTAYPAPNKE 6TO KEVTIPO Kol avEAvOTay 060 PeYOA®VE 1 OTOCTAGT OO oVTO. ZTIG
CRDs, 1 mapovoia eEopetikd peiopévov oravimoenv oto MFERG avadeikvoet
Oqyvn pelmon g Aeltovpyiog TMV KOVImV 6TNV KEVIPIKY nsptoxﬁ.lgz 211 CRD ko
CD, ot amavtioglg pmopel va unv Kotaypaeoviol 6€ OAOKANPN TNV TEPLOYN TOV
katodapfaver o MFERG,™ ¥ yeyovoc mov Sev frav o kavovag ot cvykekpuév
HeATn, Kabdg ot opBaipol Tov eetdotnkay dtotnpoveay onTikn o&vTNTa TETOLN TOV
va gmrpénel T otabepn|, Kevipikn] TpoonAwon. To yeyovdg avtd iomg eEnyel kot Ta
OYETIKG, VYNAG SUVOUIKA TG GLVOAMKNG amndvinong oto MFERG mov epgdvilav ot

téooepig opBoipol pe CD.
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Ytoug aobeveic pe vooo Stargardt/ tomov Stargardt, n mAekTpikn
dpaoTNPOTNTA NTOV WO10iTEPA HEIOUEVT 0TV KEVIPIKN Tteployn. Oco peydiwve n
AmOCTOCT A0 TO KEVIPO TNG OYPAS, 0LEAVOTOV TO €DPOG TOL KVLOTOG TTOV (OGTOGO
TOPEUEVE KATMOTEPO TOV PLGLOAOYIKOV. Ta gupruata avtd Ppiokovial e copP®vio

He mpomyodpevee épevvec, Ot 1

pio omd T1g omoieg mepAAUPove Kol TEPIGTOTIKA
EMKPOTOVG VOGOV TOV Stargardt.101 To amoteréopota mov aPopovV TNV Kabvotépnon
TOV KOPOTOG SaPEPOLV UETAED EpYOacI®V: £xEl dSoTLTTOEL 1 dmoyn 6Tl To KOO deV
KaBvotepel Gnuowrmdml, ot mapovctaletl pétpla Kabvotépnon HOVO GE TEPIMTMOELS
TPOYDPNUEVIC vooov KaBdg Kot 0TL 1 kabvotépnon elvar WaiTEPA EUPOVIG GTOVG
MO TEPUPEPIKOVS  JOKTLAIOVS TOV mfERG.*" Me mv terevtoio ot dmoyn
CLUUP®VOVV TO OMOTEAECHOTO TNG TAPOLSAS EpYaciag. Ot mapatnpPOVUEVESG OLOUPOPES
mhovoOg opeilovial 6T OPOPETIKN €MA0Y TV acBevav, mov Ppiokovioal cg
JPOPETIKA OTAdINL TNG VOGOV KOl QEPOVY TOIKIAEG UETOANAEELS, KaBemd omd Tig
omoieg umopel vo emdpa pe SAPOPETIKO TPOTO GTN AELTOVPYIN TOV KOVIOV KOl TOL
inner retina.

Ytoug o@Oaipode pe dvatpoio pattern (cvumepiiappavouévne me AVMD),
70 Yyo¢ tov kdpatog oto MFERG ftav >50% tov @LGOA0YIKOD péEGOV OpoV GTNV
KEVIPIKT TEPLOYN KOl AAUPave VYNAOTEPEG TWES TTPOG TNV TEPLPEPELD, LLE ATOTEAEGLLOL
otov e£mtepkd dakTuA0 Vo givar mepimov 90% tov Pucloroywoy. Ot avtictoryot
ypovol dev gupavilav onuoavtikés kabvotepnoel. Ewdwotepa 0cov agopd otnv
AVMD, éyet dwutunmBel n aroym 611 10 €0pog tov Pl givan petwpévo e oAdKANPN
TNV TEPLOYT MOV KATAAAUPAVEL TO mfERG'®® KaOdG kol 1 dmoyn 6t cuvnB®g elvar
HELOUEVO GTO KEVIPO TNG WYPAS KOl PLUGIOAOYIKO GTOVG TEPLPEPIKOVG SaKwMovg.m
XMV wopovco EPYOCIO LANPYOV TEPUITMOCES TOV OVTIIGTOLYOVV Kol oTlG 000

Katnyopiec.

6. Mop@oroyikéG-AEITOVPYIKES GLGYETIOELS

>tV moapovoa gpyacia, dgv Ppédnke oyéomn petald tov tapapétpov tov OCT
kot Tov PERG 7 tov ffERG. To yeyovog avtd pmopel vo opeileTon v HEPEL GTO LUKPO
néyebog tov Oelypotog, wotdGo amoteEAEl apOPUN Yo OPICUEVOVG GLAAOYIGLOVG.
>mv RP, 1o flicker ERG éye1 amoderytei 611 oyetiletor pe to péyebog tov omtikov
nediov. ¥ Eniong, 1o evpog ¢ P50 kopveng oto PERG ¢aivetan g oyetileton pe
0 péyebog tov SaktvAiov vrepEBopiopov mov eivar opatdg pe TN péEBodo Tov

avtopBopiopov (fundus autofluorescence, FAF) téco otnv RP 660 kot o1



195

CD/CRD.' 8 To PERG avTioTolyel otnv meployn tov Pobpiov, omdte Ba mepipeve
Kkavelg va ovvdéetan teptocotepo pe to CST. Eivon mbavo n Aettovpyia tov Pobpiov
va emnpedletar Kuplog amd TO TAYOG KOL TNV KOTACTAON NG oTPAdoc Tmv
QOTOHTOS0YEWV Kot OYL od TO OAIKO TAYOG TOL AUPIPANGTPOEBOVG GTNV TEPLOYN.

To evpoc tov o wOpatog oto cone ERG kabog xar to 30Hz ERG
kaBopiloviar oe onuavtikd Babud omd T GLUUETOYN TOV GLGTHUOTOS TOV KOVIMV,
uépog tov omoiov Ppioketon oV mEPLOYN TOL KoAvmrer m tour, tov OCT. H
AertovpykdTTa TOV KOVIoV, Onog ekQpaletal oTIS NAEKTPOPUVGIOAOYIKEG OVTEG
eEetdioelg, efvar mOOVO Vo GUVIEETAL TEPIGGOTEPO LLE TA YOPOKTNPLOTIKE TNG STRAS0G
TOV KOVIoV Kot Oyl Le TO TYog Tov apePAnotposdovs. Emmiéov, n epedvion g
IS/OS eEaptéron 1660 omd Ta kovia 660 kat ta paPdio,™’ yeyovoc mov pmopel ev
uépet va, evfoveton yio v My oyéong peta&y g IS/OS kot tov anavrioemv
Tov koviov cto HAT'.

ZOUQOV e TO OMOTEAEGLLOTO TNG TOPOVCHAG HEAETNG, OGO LEYOADTEPES vt
ot tipég CST kau IS/OS length, téc0 kaAbtepn eivar | ontikny 0&0TNTO 6GTOVS 0IGOEVEIG
ue RP. H Ogtikn ovoyétion peta&y CST ko BCVA emiPefardverl to amotedéopata
Tponyovuevng épevvag mov Paciotnke oto time-domain OCT.* x¢ AN perétn pe
ultra-high resolution OCT, dev Bpébnke oxéon g BCVA pe 10 ohkd mdyog tov
apePANGTPOEOOVS 6T0 KEVTPO TOL Pobpiov aALA pe To Thyog peTa&d Tov £€6m 0piov
e 1S/0S kot tov ££m opiov Tov perdyypov emBnAiov 610 idto kevrptkd onueio.t*

Ye mpoceatn Epegvva omov ypnopomombnke SD-OCT, n BCVA Bpébnke va
oyetiletan pe to mhYOg GTOV EGMOTEPIKO dAKTOLALO OV KataiopBdver 1-3mm amd 1o
KEVTPO NG 0ypds kabmg kot pe ta CFT kot CV, evo e Bpébnke oyéon pe to CAT q

192 H svoyétion e BCVA pe 1o méoc

10 oG otov eEMTEPIKO dakTOA0 (3-6Mmm).
oTNV KEVIPIKN Tteployn (HExPL Kol ToV €60 SOKTUALO) KOt Ol UE TO OAIKO ThXOG GTNV
TOUN omodidetal 61O OTL 1 KEVIPIKY Teployn mepthapPdvel dimoda Kot yoyyAlokd
KOTTOPO TOV EMKOIVAOVOLV LE TOVG POTOUT000YEIS TOV KeEVTIpiKov Pobpiov, emouévag
glvol onuavTiKd Yo TN S1aT)PNoN KAANG OTTIKNG 0EVTNTAG.

H oyéon g popeoroyiog tg IS/OS pe 1t Aertovpyio TOL KEVTPIKOD
apeipAnotpocidovg oty RP €yl mpoceikioel 10 evoloQEPOV TV EMOTHUOVOV T
tehevtaio ypévia. H popeoroyia-doun e IS/OS oto kevipikd Bobpio Ppibnke va
oyetiCetonl pe v omtiky o&vnTa, pe TV teEAevTaia va givon kaAdtepn otav 1 IS/OS

» 113, 190-192

anekoviletal GLVEXNS-PLGLOAOYIKY. Eniong, éxet dtutunmBel | dmoym 6t

BCVA givar younAdtepn otav 1 IS/OS dev eivan opath oty oypd kot kaAbtepn Otav
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n IS/OS eivon opaty, aveEdptnto omd 10 ov To KOG ¢ sival <2 M >2mm.* To
KPLTNPLO. COUPMVO, LLE TO, OTTOL0 TPOYUATOTOMONKE O SY®PIGUOC TOV aoHeEvDV GE
Katnyopieg avaroya pe tv katdotoorn g I1S/OS Siépepav petald tov peAET®V
(ovumeptropfavouévng g mapovoag), YeYovog mov pmopel va guBhVETOL Yo TIg
TOPOTIPOVUEVEG SLOUPOPES OTO, ATTOTEAEGLLOTOL.

AMoote, to unikog g IS/OS junction () 1Se junction, 6mw¢ avaeépetol o

* amd 1o inner segment ellipsoid) otqv RP &yet Bpedei va

npdopatec perérec,
oyetileTon pe TN SIAUETPO PLGIOAOYIKOD AVTOEHOPIGLOV OV TTEPIPAAAETAL Omd Evav
YOPOKTNPIOTIKO OOKTOAO VITEPPOOPIGLLOD, ELPOVH] GTOVS TEPIGGATEPOVG 0POUALOVG
pHe 1t VvOco KOOMG KOl HE TNV VLROAEWOUEVI] KEVIPIKN OUOPANGTPOEOKT
katrovpyia.l%l%

Oocov agopd otovg acbeveic pe CRD, éyel Ppebel mpocpato otatioTicd
onpovtikn, Betikny ovoyétion petaEy g BCVA kot tov mdyovg 610 KEVIPO TOL
BOGpiov.116 2mv nopovoa perétn, n BCVA Bpébnke va oyetiCeton pe tov 6yko kot 1o
Tay0G TOL AUEPANGTPOEIBOVG oTNV gVPVTEPT TTEPLOYT] NG wypdc. Xt CD/CRD 1o
BoBpio pmopel va eppaviCel Aémtuvon amd ta apykd 6tdde TG VOGO, OTAV OKOUN M
omtiky o&uTNTa drtatnpeitol oyxeTkd KoA. Me v mépodo tov ypodvov, 1 droTapoyn
g doung tov Pobpiov givor 101 GNUAVTIKT, LE ATOTELECLA 1] VIOAEWTOUEVT] OPAOT)
VoL TEPLYPAPETOL KOAVTEPQ OO TNV EKTACT)/PapdTNnTo TOV AAAOIOCE®V GTNV ELPVTEPN
neployn g oypac (CV, CAT) kat 6yt oto Bobpio (CST). EmnAiéov, otig CD/CRD 1o
KEVIPIKA Kovia mioyovv amd vopis, pe amotélecua 1 €KTOOT NG TEPLOYNG OOV
Aeiner n IS/OS vo un cvpPadilet pe v Tepattépm peimon g OnTIKNG 0EVTNTOC.

Ytovug acbeveig pe voco Stargardt, xet Bpedei ovoyétion peta&d TG OTTIKNG

72, 152, 197 . 1
§,’2 152197 8y 101 mérovg oto Bobpio™"

o&vtog kot o) tng akepardmrag g 1S/O
1317 ) tov 6yKov TV AUEPANOTPOEBOVS GV WYPEC. Tty mopodoa epyacia, dev
amodeiytnke pe Pefardotnta n cvoyétion petald e BCVA kot tov petpioemv 6to
OCT, yeyovog mov ogeileton 610 UIKPO Setypo 1 Kot 6To 0Tt autd dev meplauPave
AmOKAEIGTIKA 0pOaALOVG pe voso tov Stargardt.

21 ouYKeEKPUEVT HEAETY, PBpEBnkav onpoavtikés cvuoyeticelg HETOED TOL
A0V TOV AUPIPANGTPOEIBOVG Kol TOL peyEbovg g andvinong oto MFERG, otovug
acBevelic pe RP, emPefardvovioc mpdoeatn €pevva oL aPOPOVCE GTOUO HE
«poympnuévn RPy», dniad katapynuéveg tig amaviioel oto fFERG kou omtikd

; 198 . , , . e . ]
nedlo <20°.7° Meléteg oe acbeveig pe koA omtikn o&htnta Kot ontikd medio

199,200 . p . , .
>10°, avédei&av ovoyetioelg tov MFERG pe to mayog tov eEmtepik®v oTIfddwv
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TOL OUEIPANCTPOEOOVE Kot Oxt TO OAIKO mdhyos. Olec or mapamdved HEAETEG
mepapPdvouy pikpd detypato ac0evay, Tov TAcoYoLY aTd SLUPOPETIKOVS YEVETIKOVG
tomovg ™G RP kot Bpiokoviat og drapopetikd atddio TG vOGoL, Yeyovog Tov Hmopet
va guBdveTat yia Tig dtopopég petald Tov epeuvav. Ta aroteAéopato TV TEAELTAIOV
glval ®OTOG0 eVOEIKTIKA TNG VTapENG avTioToryiog Hetah Tov €DPOVG TG OOUNG TOV
KEVIPIKOU apuPPBANcTpoedovs, onwg @aiveton oto OCT, kot ™G LTOAEWTOUEVTS
Aertovpyiog, 6nmg Kotaypapetar oto MFERG.

[Mpoécpata dwtvrmbnke n dmoyn 6t N katdotaon g IS/OS oe dropo pe
voco tov Stargardt cuvdéeton pe v amdvnon oto MFERG. v mapovco perétn,
dgv Bpébnkav avtictoryeg GLoYETIOELS Y1 TIG dSuoTPOPieg TG wypds, ovte Yo 11§ RP,

CD/CRD.

I'eviké courépacno,

Ymv mapovoa daTpiPr], peAeTHONKay 61€E00IKA T YOPAKTNPIOTIKA acOeEvmV
HE OLOTPOPIEG TOV AUPIPANGTPOEIOOVS, Ol OTTOIOL KATAYOVTIOL OO TNV TEPLOYN TNG
Hneipov. o ta dtopa avtd, 1€0nke 1 KAk didyvoon g duotpodiog Tovg Kot
LEAETHOMNKOV Ol EMATOCELS TNG VOGOU GTNV AUPIPANGTPOEISKT dopT Kol Attovpyia.

H akpipng kiwvikn didyvoon omoterel T Paon yio v Tpaypatoroinot, ce
0e0TEPO YPOVO, €VOG GMOOTE TPOGOVATOMGUEVOL, EMOUEVOS KO OTTOTEAEGHLOTIKOV
YEVETIKOV €A&yyov. Idwaitepa xapakTnploTikd ¢ KoOpTNS oL HeAeTHONKE, OGS M
GYETIKA OLYVY TAPOLGIN OLGTPOPIOV TNG OYPAS KANPOVOUOVLUEVOV UE TOV
OVTOCOUKO EMKPATH TPOTO, KOOIGTOVLV AV TNV VTOPEN SUPOPETIKOD YEVETIKOV
vdPfabpov yuu Ta voonuoto ovtd oty meployn. Emiong, n mapakoiovbnon 1ng
eEEMENG TV QUIVOTUTI®V ToL avayvopiomnkav otnv ‘Hrepo amoktd diaitepo
evolapépov. Tlpokertar AAA®GoTE Yo o opddo ac0evmV AETTOUEPMG TPOGIOPIGUEVT)
KAMVIKA, TOL UTOPEl VO amOTEAEGEL TO DAMKO Yl TN HEAETN EMTALOV TTLYDOV NG
vOGov.

H evdeleymg perémn kot ddyvoon TovV dVGTPOPLOV GTOVG GLYKEKPLUEVOLG
acleveils cupPaiiel oVoOTIKE OGNV €YY GLUTEPAGUATOV OV OPOPOVV TNV
TPOHYVOOT TG VOGOV TOLG, GTNV POy CVUPOVANG (Kot YEVETIKNG) 0TOVG 101006 Kot
TIC OIKOYEVEIEG TOVG Ko otV KaBodNynon Tovg mPog CLYKEKPIUEVES BEPATEVTIKEG

napepPacelc mov pmopel va givar d1a0éoiuec oto pEALOV.
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Ot dvoTpoiec TOV AUPPANGTPOELBO0VS TOPOVSIALOVY aEI0GMUEIMTN KAVIKT
etepoyévela. O evdeheyng KAVIKOG EAEYYOC TV 060EVAOV Kol 0 TPOGIOPIGUOS TNG
dlaTapayng oto eminedo TG SopNGg OAAL Kot TG Aettovpyiog Tov apgBANcTPoEd0HS
Y Kabe mepimtoon Eeyoplotd, OVOOTIKA TPOAYOLV TNV  KOTOVONOT TNg

nmabopuoloroyiog kol ™ €EEMENG TG vOoOL KOBMG Kol TNV OovaKdAvyn VE®V

VIEVBLVOV PETOAAAEEWV.
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HEPIAHYH

Ewayoyn: Ot  «inpovopukéc  dvotpopieg  T0L  aUOIPANGTPOEd0DS
yopoaktpilovior amd eEonpetikn KAvikn etepoyévela. O evdeleyng KAVIKOC EAeyyOG
amotelel TN PAON Yo TNV OTOTEAEGUOTIKY OVTIHLETOTICY T®V 00HEVOV KOl TNV
KOTOVON GO TOV SIAPOP®Y POVOTITTOV TNG VOGOU.

YKomog: H perémn mooyoviov amd duoTpoeieg Tov OUEPANCTPOED0VS LIE
mpoélevon amd v mepoyn ¢ Hmeipov. O mpocdiopiopds tov TOHIOL NG
dvotpoeiag yio kabe acBevi) kol 1 E0y®YT] CLUTEPAGUATMV Y10, TO LOPPOAOYIKO KO
Aertovpykd voRabpo g vocov.

YMko kon pé@odog: MeretOnkav 83 acBeveic (166 opbBaipol) pe dvotpogio
oV apePAncTpoctdovc. EMedn Aemtopepés atopikd Kot 01KoyeveElOKO 1GTOPIKO Kol
npaypoatoromOnke mAnpng opBarporoyikn eE€taon. EmumAéov, mpaypatomromOnkav:
€leyyoc ¢ evacOnociog ot E®TEWVN OvTifeon Kot TG AvTIANYNG TOV YPOUATOV,
e€étaon tov onTk®V Tedinv, eoToypaeia fuBov Kol PAOVOpOAYYEIOYPAPiN, OTTIKY|
TOHOYPAPIOt GUVOYNG, AETTOUEPNC NAEKTPOPVGLOAOYIKOG EAeyy0oc. Ta amoteAéouata
TV acfevov aloroynOnkav pe Baon to avTicToro ATOU®Y LE PLGLOAOYIKY] OTTIKN
Asrtovpyio.  AtgpevviOnkav ot datopoyés o1 OOUN Kot TN AEITOVPYiR TOV
apePAnoTpocdovg mov yapoktnpilovv TG O1dpopeg HOPEES dvoTpoiag Kot
avalnOnkav LopPOAOYIKEC-AEITOVPYIKEG CLGYETIGELC.

Amnoteréopata: 34 acOeveig (41%) émaocyav amd dvotpoeia paPdiov-koviov,
25 (30%) and dvotporio kwviov-pafdiov 1 koviov, 24 (29%) and dvotpoia ™G
wypds. AveEdptnto amd TOV TOUMO TNG OvoTpoging, ot acBevelg mapovcsialav
ONUOVTIKA HEW®WPEVT] gvatcOncio o1 QoTev avtifeon, akoun Kot OTOV 1 OTTIKY|
o&vTa NTOV oXedOV PLGloAoYKY. EmmAéov, ot mepiocdtepol eppdviay dtatapayés
™G avVTIANYNG TOV XPOUATOV, To £i00¢ TV omoiov d1épepe avdAoya pe TN HOPON
g OVGTPOPiaG. 1o GUVOAD TOVG o1 acBevelg mapovsialoy AALOIDGEIS OTO KEVTIPIKO
n/xor 10 mepeepkd ontikd medio. Ta evprjuata amd ™ PvBookdmnon kot ™
@lovopoayysoypapia yapoktnpiloviav oamd eEaipetikn mOKIAlo Kol Ogv MTav
TAVTOTE EVOEIKTIKA TNG TEMKNG Odyvmons. H ontikn topoypagio cuvoyng avédeite
peimon Tov mAYovg Kol TOL GYKOL TOVL KEVIPIKOL OUPIPANGTPOEOOVG KOOMG Kot

datapayEg TS OOUNG TOL TOL APOPOVSAV KLPIMG TN GTIPASA TOV PMOTODTOIOYEWV.
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O pOAOG TOL NAEKTPOPLGLOAOYIKOD EAEYYOV GTY| SLOYVMOOTIKY TPOGEYYIOT TMV
acBevov Mrav KabBopltotikds. Me v €Qapuoyn TOL KATAAANAOL GLVOLOGLOV
eetdoewv og Kabe dtopo, Tpoosdlopiotnke 1 GHON KoL 1 EKTOCT THG SATAPOYNG TNG
apeipAnotpoctdikng Aettovpyiog. To moAvesTIokd NAEKTPOAUPIPANGTPOEISOYPAPT LA
avEDEIEE TNV TOPOLGIN AEITOVPYIKMV SOTOPOYDV GTOV KEVIPIKO OUPIPANCTPOEION
Tov mooyoviov. [lopduetpol ¢ onTkNG TopOYpoQiag cvvoyng Ppédnkoav va
ovoyetifovtol pe TNV OTTIKN 0EVTNT GTO ATOUOL LLE YEVIKEVUEVEG OVOTPOPiES, KaBDS
KOL UE TNV OTAVTIOT GTO TOAVESTIOKO OUOIPBANGTPOEOOYPAPN IO GTOVS 0oOEVELS pe
LLEAQLYYPOCTIKY OUPPANCTPOEBOTAOELD.

Xopmépaopo: O AentopepNS TPOGOIOPIGHOG TOL KAWVIKOD TPOPIA TNg
GUYKEKPIUEVNG Opadag acBevav amotedel 1 Pdon yw TNV OTOTEAECUOTIKOTEPT
OVTILETOTICT] TOLG, TN YOVOTUMNGYN Kol TNV KoTevBLVGN TOLG TPOG HEAAOVTIKEG
Bepanevticég mapepPacels. IN'evikdtepa, ta amoteléopata e Topovcag LeAétng Oa
uropovsav vo. SLUPdAoLV GtV KATOVONGN NG HOPONG Kol AETOVPYiOG TOV

TACYOVTOS AUPIPBANGTPOEIBOVS TV acOEVOV e OLGTPOPIES.
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SUMMARY

STUDY OF RETINAL DYSTROPHIES IN THE REGION OF EPIRUS
Georgia G. Yioti

Introduction: Hereditary retinal dystrophies are characterized by extreme
clinical heterogeneity. A thorough clinical examination forms the basis for effective
patient management and understanding of the different phenotypes of the disease.

Purpose: To study patients with retinal dystrophies with origin from the
region of Epirus. To determine the type of dystrophy for each individual and draw
conclusions about the morphological and functional background of the disease.

Material and Methods: 83 patients (166 eyes) with retinal dystrophy were
studied. A detailed personal and family history was received and complete eye
examination performed. In addition, the patients underwent the following tests:
contrast sensitivity, color perception, visual field examination, fundus photography
and fluorescein  angiography, optical coherence tomography, detailed
electrophysiological examination. The results were compared to those of subjects with
normal visual function. Disturbances in the structure and function of the retina that
characterize the various forms of dystrophy were investigated and morphological-
functional correlations assessed.

Results: 34 patients (41%) had cone-rod dystrophy, 25 (30%) cone-rod or
cone dystrophy, 24 (29%) macular dystrophy. Regardless of the type of dystrophy,
patients had significantly reduced contrast sensitivity, even when visual acuity was
almost normal. Furthermore, most patients showed disturbances of color perception,
whose type varied depending on the form of dystrophy. Almost all patients had
lesions in the central and/ or peripheral visual field. The findings of fundoscopy and
fluorescein angiography exhibited great variety and were not always indicative of the
final diagnosis. Optical coherence tomography showed reduction in the thickness and
volume of the central retina, as well as structural changes which mainly affected the
photoreceptor layer.

The role of electrophysiologic examination in the diagnostic approach of the
patients was decisive. By applying the appropriate combination of tests in each

individual, the nature and extent of the disruption of retinal function were determined.
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The multifocal electroretinogram revealed the presence of functional disorders of the
central retina. Optical coherence tomography measurements correlated with visual
acuity in individuals with generalized dystrophies and multifocal electroretinographic
response in patients with retinitis pigmentosa.

Conclusion: The detailed determination of the clinical profile of this group
forms the basis for effective patient monitoring, genotyping and directing for future
therapeutic interventions. Generally, the results of this study may contribute to the
understanding of the form and function of the affected retina of patients with

dystrophies.
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