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EYXAPIXTIEX

[Staitepn evyvwpocLYY ogeidw oToY eMBAETOVTA T7)G SLOANTOQUNG
nou StatelNg avanAnewt xabnynt Ogbaiporoyiag oto [Navemompio
Iwavvivwy %. I'ewpyo Kitoo, mov pe v emtpuovy xot v aceTelpeuty] ToL
evépYeta nat Yyvwo pe Bondnoe va oAouAnpwow v epyacio avty.

OepUEG EVYAPLOTIES YL TNV RVEXTIUYTY] GLULBOAY] TOL TOGO GTO
ETUOTYUOVIXO UePOG 000 1t 6T0 avbpwnivo eninedo otov u. Michael B.
Petersen, Atevbuvty tov Ivetitovtov Yyeiag tov [Toudtod, AebBuvon
I'evetnng, Noocoxopeio Taidwv «H Ayio Zopion.

Emniong evyaptotw Beppa tov nabnyntn Yyetvng not
Emdnproroyiog tov Iavenomuiov Iwawwivwy %. Iwavwy Iwowwidy ylo tnv
TOADTLLY] TQOCYORX AVEXTIUNTNG AELAG YVWOEWY GTNY 0QYAVWOT], TNV
EQUMVELX UL TNV AVAAVOY] TWY ATOTEASOUATWY TNG EQELVAG.

EBEvyaptotw Oeppa v Ka INavwodbho — Kapavrtavae, [Tpoedpo touv
Ivotitobtov Yyetag tov ITatdton, yroa ™v exywenon g adetag yo ™)
SLlenmeQalnC?] TG YEVETINYG AVAALGYG 0TO QYXGTYELO ToL IvatitodTou.

Emniong evyaptote Bepua v Ka Mapia I'onyopiadov, Btokdyo
oto Ivotttovto Yyeiog tou [Tardtod yix v nabodnynon now v eniBredn
nov mpobvpa pov napetye xad” OAn ) Stapreta g enelepyaoiag TwY
SELYATWY.

EBEvyaptoto Beppa v na Mary K. Wirtz yix ™ Stoepnr), Oeppn non
PLAMKY TG LTOOTYELEY O OAY] T7] SLAEHELX TG EQELVAG, TOCO O
EMUOTNLOVINO, OGO %Al GE OLXOVOUIKO ETUTESO WG LTELOLYY] TwY
YONPATIUDV Y OONYT|CEWY.

Evyaptotw toug ouvadéipoug pov oto I' N I «I” Xatlnuwoton, to
Atevbovty pov %. Baotheto Evtaio xat tov %, Iwavwn Mehocovpyo,
Arevbovty, yio 10 apéptoto evdtapépoy xat v YPuyoroyn vrootnEén

%' OAn TN Sdpueta ™G eExTOVNONG TG SLTELRYG.
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Eniong evyaptotem Oeppd ™v no TTovaytwtor Avoepuavty,
Nooniedtox ota E€wtepnd Tatpeia tou Ogboaiporoywmod Tunpatog tov
I' N I " Xatlnuoaotar, yloa ™y navtote tpobvun Bonbea g otig
xthOANPLES TWY ATOUWY TOL GLUUETELYAY OTY UEAETY).

Tov mpwto pov Adonaro xat TavtoTvo, Xetpovpyo not Avbpwno
n. I'ewpyto TovpBd, Opbaipiateo, . Atevbuvty tov Opbaporoyinold
Tunpatog 1ov Bootdvetov Nocoxopeiov Mutidnvng tov evyvopove yo
TNV UETAAXUTABEVGY] TG TEQUOTIAG YELOOLOYIYG TOV EUTELQLAG, TNV
EUTLOTOGLVY] TOL oL edetée, nat O elvorl TAVTOTE Yior hEVa, OTWS %ol O
TATEQAS OV, TO TEOTLTO ToL IaTEOD.

Tehog, evyaptotw tov natepa wov, HAio [Tétpov, m untépn pov,
Aptot [Térpov, ™ abluyo pov Edm nar v noen pov Apiot) anie I'TA
OAA.
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ITPOAOTOX

To yhaduwpo eivor pioe oovbetn uot etepoyevng yeovia nabno.
Amotelel pa etdny] Loy omTinng vevpornabetag xot avnnel 6TIG TAEOY
OLYVEG oL Tieg TOPAWOYC.

To Ilpwtomabég INaduwpo Avowrtng I'wviag (TIIAL) eivar 7
TAEOV GLYVY| LOEYY| YAXLKWUATOS Ke OPtun eppavior). Xapoutneileto
ano v evdoybaipta micon (EOIT), and xoihavorn g ontinng Onirg,
ATO YOQUAUTYQLOTING EAAEIUUATH OTX OTTING eI (CUOTWUATR) XL ATO
XTOLOLX YXEAUTNELOTINWY GLYYEVOLG 7] devtepoTafong YAdLKWUATOG.

Ot mAéov ovyvol TaEayovtes uvdLVOL Yo TNV eppaviar) tov TTINAT
elvat 10 Betind owoyeveland 1oTOEWO (MANEOVOIXOTNTX) 7] YUAN naL 1|
Howmie.

Ta tehevtada yoOVIA e 11 ONUOGIELOY] EEELVQOV ETL HUEYAAWY
omoyevetwv pe maoyovieg oamod [IATT xoar pe v aviyvevon —
yoptoyeaynoy yovdtanwy Oécewv  nar  yowdiwv, eyet avadetybetl
oNPovTINOG O POAOG TG YeveTung ato IAabnwpa.

M Tétol  OMPMOGCIELOY] e  TEQLYQXPY] TECCAOWY  UEYIAWV
owmoyevetwyv anod v Hrewpo pe naoyovieg ano INIAL, npoénvde and
™V [Havenotpony Ogbaipoloymn Kivuy Iwavvivwy. H dnposctevon
aLTY amoTEAODOE UEPOS NG Sdantopung StateBNng touv xn. I'ewpylov
Kitoov.

Metd v ooy dnpootevor and ™y Toaver. Owd/xn Kiwvinn
Iwowivwy 10 1988, wx endpevn dnpooievon (oe ovvepyacio pe 10
Ivetitodvto Yyeiog tov ITadov, Tunuo I'evetinng tov Noocoxn. Taidwv
«H Ay. Zowgla», Awvfuving n. Petersen MB) 1o 1996, now
dnupoatevon twv Wirtz MK, Samples JR, Kramer PL et al, (an6 1o
Oregon Health and Sciences University, Casey Eye Institute,
Department of Ophthalmology, USA) 1o 1997, npoéuvle cuvepyaoia

v 1otV Kévipwv — Ivetttodtwy. (TTaver. Ol /»n K Toawvivey,



Ivetitodto Yyeiag tov ITadod, Tpnuoa Ievetiung Abnva, now Oregon
Health and Sciences University,Casey Eye Institute,USA).

2XOMOG NG OLVEQYXOING GLTNG ElVXL 7] TEQAUTEQW  YEVETINY
dtepebvnon tov TII'AI. H Sepebvnon avty, petd my xatdbeon twv
OYETIUWY TEWTOUOAMWY YN patodotNOnue dho popéc and tic HITA:

1. National Eye Institute (N.E.L), USA. Kevin Keating Grants
Management  Specialist, American  Health  Assistance
Foundation. “Genetics of adult — onset Primary Open Angle
Glaucoma”. Awprera: 1.08.00 — 31.07.02 (eni dvo éty).

2. NIH (National Institute of Health), USA. “Genetics of adult
— onset Primary Open Angle Glaucoma”. Awpreioa omod
08.01.03 ent mévte é).

ATO 1) GLVEQEYAGIX AVTY], UETA ATIO TNV HALVLXY| KOl YEVETINY] AVAALCY| TWY
Vo peyahwy owoyevelwy, (e ptag oty Hrepo uot g aAing oto
Oregon twv HITA), dtamotwbnuay ot

A) Ov mdoyovteg, otug OO0 owoyéveeg, and 1o [IIAT,
nopovctalay oV (8o anEBwg Yawvotuno xar TV S anElBwg
petaddayn oto yowpoowux 3 (321 — q24: GLC1C). H GLCIC
yowdtouy, 0Oéon amotelel TAEOV TNV TELTY] MATA  YQOVIXY] OELQX
yaotoyoaynbeioa Oéon yw to IIIAIT mov éyet natayoapel not
natoyvpwdet drebvwc.

B) Xe péln twv dVo owoyevetwv Beebnue emmiéov petahhoryn xon

o710 yovidto ¢ Mvoactivng (T377M)
Mepog not cuvEYELa T1G CLVEQYAOLAG G RTOTEAEGE UL V] TXQOVO
Sdantopny StatELB7], OHOTOC TG OTOLXG ELVaLL 7] AVIYVELGY] TOL POAOU
™g petadiayng T377M touv yovidiov ™ Mvoacthivig otig Stapopeg

nAnBuoptaneg opadeg g meptoyns s Hrelpov.



1. EIZATQTI'H - IXTOPIKH ANAAPOMH - H EEEAIEH
THXZ ENNOIAXZ TOY TAAYKQMATOZX

H Ae&n yhodnwpo mpogpyetat and v apyoioc EAnvinn Aekn
YAXLUOG, TOL GYUALVEL ATOVO 7] XEALWUEVO rvavoLy. O Inmorpdtyg
avepepe 10V 00 «IAxd%WOIe PeTaéD TV aVUTNELWY ATTO TIG OTOLEG
nacyouvy ot Nuntwpevot. O Innoxpatng evwooloe pe Tov 60 avTO, EVa
LTOUVAVO ATOYOWHUATIOUO TNG 1OES ToL oYbaAuod. H nataotacn avt
XQYOTEQA OVOUKOTIUE COTIOY DU HXL AVTATOXOLYOTAY GTOV UXTXQQAATY].
21V aeyatot o BewEelto TWS 1 YAADXWoY] Kot TO LTOYLULX 1TAXV TO (SLO.
Apyotepa atovg Ale€avdpivodg Xpovoug To yhaduwpa Hewpeltar mwg
Nty acbeveln Tov ®PLETAAAWSOLE COUATOC (7] LYEOD), TO OTOLO AAAXLEL
ATO TO AAVOVIUO TOL YOWUX GE AVOLTO ©LAVOLY. AVTLOETKS TO LTTOYLU
Oewpeltan ooy exuptom vyEoL Tov aEyoTeEx TNTEL Ut PEVEL LETXED TNG
totdag nat Tov PoxoL. Ola T yrawumwpata ebewpovvto aviata, TaE' Ot
eMOTEVETO OTL PEQMA LTOYLUXTA TOEOLORY V& BekTiwboby.

Koatda ™ didpxeiox tou Meoatwva, 1 ZyOA7 100 ZaAEQVO ELoNyayE
TNV EVWOLX TG «NQEUYG OTAYOVAS» 1] OTola Dewpelto ooy évag TOTOG
VI TOL NATAEQEANTY] GTOV OTOLO 7] XOEY] TOL OYOHAAUOD 7TAV ULOPLXCUEVY]
not xoBan. H natdotaon Oewpeito nwg eivar mbavwg ovyyevrg. Zoppwva
UE oLTY] T ZYOAY], LTINOYE EVAG AUOWUY] TOTOG AVIXTOD UATAQOAATY], HXTX
TOV 0TolOo 7] #0EN ToL 0YhaAUoL B Stevpuvotay Eupvind uat o Yavotay
TEAOLVY).

O Pierre Brisseau Bonbnoe ™ povtépva opbaiporoyio pe 1o
o BBAlo Touv Yl TOV UXTXEEEATY] KoL TO YAADUWUX, TO OTOLO
endoOnre 10 1709. Ot ovyypageic Twv Apyaiwv Xpdvwy xat ot Apafeg
VLA TOOL EQUYVELORY TO YAADKWULA GOV EVOLY AVIXTO UXTHOQOAATY] [E
amo&npavon tov paxob. O Brisseau 7tav 0o npwtog mov Bewprnoe 10
YAonwpo g BoAepoT T TOL LAAOELSODS, EVEW EQUYVELGE TOV UXTXOOAATY]

OWOTA WG EVAY ABLLPAVY] HOLOTAAALVO PAXO.



H mpo™) atttohoynuévn tavomomtiny] neptyoayy] ¢ acbevetag
ey amo tov St. Yves 1o 1722: «10 yAobnwpe elvat evag amd Toug
voboug natappantec. ITowta ot acbeveig BAETOLY HATVO %ot OUIYAY.
Katomy yavouy v 0paoy| Toug, eve oLYYEOVKGS, 1 #0EY] TOL 0YHAALOD
Stevpdvetat. Telunwg, HOVo va DTOAELLILA OQAUONG TUQXUULEVEL UOOTAPLAAL.
H aofévein propet va apylioet pe toyved novo. H npoyvwon etva mtwy).
Yndpyet #ivduvog xat 0 aArog opbaliog va npocBAnbeiy.

O Chevalier Taylor éyet va xdvet pe 10 yoptoetdn eve o Platner
(1745) nrav o mpwtog mov dNhwaoe 0Tt 0 0PHAAUOG elvat OHANEOG,
QXVTLOTEXOPEVOG GTNV Ttiean] Tov deyetat and ta daytvia. H Bewpla g
nieong tovictnue uon Eenabapiotnue and tov Makenzie (1830).

O Wenzel Jr., (1808) nioteve 6Tt T0 yAabdnwpo NToy ©0EIWG
axobévetan Tov agtBinoteetdois yrtwva, evw o S. Canstatt (1831), o J.
Sichel (1841) not ot onadot T0ug SNAWVAY OTL TO YAADUWUX NTAY (Lo
popyn yoptoetdittdug. OXot Toug TOTELAY OTL TO YAUDUWUX NTAY AVIXTO.

O Joseph Beer (1817) nioteve 6Tt 10 yAadnwua Nray Boiepdtnta
T0L LakoedoLg nat To enandlovbo pag apbortinng opbaipiog, Tov Hu
avamtuocotay oe acbevelg pue modaypa (ovenn apbplitidn) Tov dev eiyov
NOLPLE TEONYOOHEVY] OPBaApiny| YAeypOVY).

Mepweg patateg npoonabeteg eyvay ya va Bepanevlet to
yaoorwpe. O Makenzie npotetve poe oxdnpotopn 1 paxextopn. O
George Stromeyer nEOTELVE TEVOVTIEXTOUIX TOL GVW AOEOL %ol LLOTOUY
0L 1&Tw AofoL. O St. Yves mpoteve e€0pvén tov Tpoofeinuévou
o@Oadpon, yla vae tpopuiaybet o ailog.

To mpwto mEaypaTind enitevypa o1 Bepamein TOL YAALUOUATOG
Nty 1 avoxddudyn to 1856 and tov Albrecht von Graefe ot
Lotdextouy unoget v eivor o Bepamevtiny nebodog yro oplopevoug
TOTOLG YAXLUWUATOG. ARy elye TpooTabNoEL, YwELS emtTuyia, Vo
petwoet v EOIT pe evotdAhaly atpomivng %ol eTavelAT|UEVES

TAEANEVTNOELS TOL TEOGbov Bakdapov.



Movo pe v avaxdiudr tov opbakpooronion Ntay SuvaTdy Vo
T tEN00OY Ot AAAXYES OTYV UEQAAT] TOL OTTIHOL VELEOL TOL ELY XY
oyéon pe 1o yraduwpa. O von Graefe emtvonoe tov 6o «woilaven and
nieony. Avty) 1 ogbadpoornominy) apyy entBeBoutwbnue (evioydbnue) anod
naboloyoavatopinég e€etdaetg mouv eyvay oo tov Heinrich Muller. O
Edward Jaeger xat o Isidor Schnabel vrostipilav v vrdbeon 6Tt 10
YAOUW PO Yoo TNEILETHL ATO CLYXEXPLUEVY] aobiévela TOL OTTIXOL
VELQEOU.

Tonyopa éyve avepd OTL 1) LOISeUTOUY] O UTOQOLGE Vv
Bepanedoer GAovg Toug THTOLE TOL YAaLrwuatog. O von Graefe nd7 elye
npooeket OTL Pl ®VOTOEONG 0LAY B TEOGYeEe GLYKEXQIUEV
nieoventnpota yroo voe pvbutotet vy EOIT. H oxAnpotopr apyna
npotabnxe and tov L. de Wecker 1o 1869. yerpovpyot t101e mpoonabnouy
v SLaLTY)PN|OOLY TO TEAVUA GHOTILUX AVOLXTO, ELTE (e aVadITAWGY] TOL
emmeguuota (H. Herbert, 1903), eite pe eyuhwBiopo ¢ iptdag (George
Critchett ano 1o Aovdivo 1o 1858 nar H. Holth and 1o Ocko 1o 1904).
Tehwna, 1 Iotdoondnpentopn emvonbdnue anod tov Pierre Lagrange oto
[Mapiot To 1905 not 1 eyyelonon tovnavwcews anod tov Robert H. Elliot
a6 10 Mavdpag otig Ivdiec. H Beppoouinpotopn apyina meprypdpnue
ano tov Luigi Preziosi and ™ Makta to 1924 now apyodtepn
tpomonominue nat éytve dnpoyiing anod tov Harold Scheie anod
Duiadelpeta To 1958.

H o) Bepamela Tov YAAXLUKWUATOS ROYLOE e ECEQLVY, 1] OTOLX
npogpyetatl and 1o YacoOM Calabar g Avting Apowng. Avtd to
(PAULOUOUO AVAYVWOLOTNUE XQYIUA WG LLWTIUO HAL EYQY|OLLOTIOIEITO YLt TN
Bepameia ™¢ mpoOTTWONG ¢ ledag. To 1876, o L. Laqueur ano to
2tpacBobpyo nat o A. Weber and v Darmastadt ntav ot mpwtot nov
yonotponoinoay eaepivy yla va Bepanedoouvy to yradxwpa. To

xAxohoetdeg mAonaETivy amopovwinue 1o 1875. yia Tpw™) Yopa



yonotponombnxe tomnwg and tov Tweedy and 1o Aovdivo (1875) xau
an6 tov Weber (1876) oe pia npoonddeia v petwbet 1 EOIT. !

Onwg paivetat Aotmoy 1060 0 0pLopog 060 nat 1| Bepanela Tov
YAXUXWPATOG EYOLY TeEaaetL xot e€anolovboy, andun nat oTIG KEPES KOG,
Vo TEQVOLY aTtO TOAAEG paoels. Katvobpyleg mopatnooetg nat veeg
TeYvorOYieg epyovTat va tpoctécovy amd Alyo 1 uabe pio oty natavonon
XEYNA ML GTYV AVTLUETWTLOY] TEMUK TG TOADTULQXYOVTINY|G AVTNG VOOOU.

H e&étaomn twv ontnwy nediwv pe 1o nepipetpo tov Goldmann
XEYnd, %ot e TNV e€eAEN] TG AVTORATNG TTEQLUETOLOG EYOTEQX (T.)(. UE
o tepipetoo Octopus not Humphrey), éyet xataotioet Suvaty
otadtonoinon not uekétn g e€eMéng ™ yAaurwpating BAapng otov
nabe aabevy.

Nea tovopetpa mov Aapavovy v’ Oty TOLG TEPIGTOTEQES
THEUUETOOLG TTEQX ATO TNV evOoPHaA o Tieon (T.Y. TG UNYXVINES
181OTNTEG TOL MEEUTOELDT) elva 6Ty Stabean Twv opbadptdtowy Yo Ty
000 o duvatoy axptPectep petenor e EOIL

To nevtpno mayog 0L ®eEATOELSODG (T LIETELX) EYEL LTTEL UKL
aLTO TNV (AONPEEVOTNTA TwV OPOUALIATOWY TEOGYPEQOVTAC EVX AXOWY]
XOLTYELO VIt T7] OTAXSLOTOLNGY] AL TO YAQAATYOIOUO TV TOWLLWY UVELWS
BraBwv.

Ta OCT sow Gdx mEOGYEQEOLY [Lat TOAD TLO AVTLUELUEVINY
EXTIUNGY] TG YAALUWUXTHNG BAGBNC ot TG e€EMENG NG pe TNV peretn
NG HEPAAYG TOV OTTLXOD VELEOL AL TNG OTLRAGAG TWV VELEIKWY LYWV.

Nea @dopona pue peyxhlTERY] AMOTEAECUATINOTY|TA, EUXOAOTEQO
SOCOAOYIUO GYNIAL Kol MYOTEQEG TILOEVEQYELEG EXAVALY TV ELLPAVLGY] TOVG
1oL €)Y OLY TEQLOPLOEL ONUAVTIMA TOV AEtOUO Twv acbevav Tov 0dnyodvTot
TEMHUK OTNY YELQOLEYINT] AVTLUETWTLGY]. (T.)(. 7] OUOYEVELX TWY
TEOCTAYAAVOLVOV OTIWG 7] AATAVOTIROGTY, BLULATOTOOGTY] XAT).

Kot ot yetpovpyinég enepfaoetg eyouy e€ehybel, pe véeg teyvineg

(m.y. viscocanalostomy) mov eppavilovy UxEOTERO TOGOGTO ETUTAOKMY



%ol ATOTEAEOPATINOTERY] pelwor g EOIT yio peyaddtepo yoovino
SLXGTN .

O topeag g Levetinng etvat 0,1t o véo xat eAS0POEO LowG
QLT T7] OTLYUY] OTNY TEOCTAOEL TG XATAVONONG TOL Y AVICULOD UL TNG
AVTLUETWTLOYG, OTY) CLUVEYELX, TOL YAXLXWUATOG. Eyouy avayvwototel uat
TowtoTolOel aEneTa Yovidta not HETAAAXYES TOVG, TOL OYEeTI{OVTAL E TO
yAoonwpe. Eve and awta, o yovidio g Muoothivng ot v T377M
petaddoyr tov Bo anoteléocouy 10 avTielpevo ¢ TaEovoag StaTELBNC.

EAnido not evyn Ohwv pag elvat, xamota oTtypy, towg ae Babog
denaxetiog, 1 yovidlony Bepamnelo voo LTOEECEL VO ATOSWOEL ATAL,
OLXOVOUINGA Kol ATOTEAECUATING TNV 0pLtoTiny] Depamela avtng ¢ coBopng

aocOevelac.



2. TO TAAYKQMA Q¥ KOINQNIKO KAI OIKONOMIKO
ITPOBAHMA

To yhabrwpo anotedel 1) SedTEE TLO HOWVY| oLTiot TOYAWGCNS GTOV HOGUO.
Ynohoyiletaw 01t 4,5 exatopudolx avbownor ave ™y LENALO eivat TUPAOL AOYW
YAXLUOUATOG Ut OTL avTOg O aEtBpog Bo yraoet T 11,2 exatopudota wg To
2020. A&ilet va onpetwbel 611 Aoyw ¢ olwnning meoddou g acbévelag -
TOLAAYLOTOV Ot TEWTX NG oTadta- g not 10 50% twv acbevoyv, otig
OVETITUYHEVES YWEES, Oev yvwpellovy Ot éyouy ylobxwux. Avtog o aEtdpog
umopei var avérler wg %o 610 90% OTIG LIAVETTLRTEG TEQLOYES TOL XOGUOL.”

To yladnwpo etvat onpoavtinn autiar Thplwong ot Hvopéveg [Molteieg g
Apepwrng. Eivou 1o mo ouyvo aitio tOgAwong 6Toug padpoug Apepnavoig xat
TO TELTO GE GLYVOTNTA GTOLG AELXOVG, EVOYOTOLOLUEVOD, cuvolnd otig HITA,
yto 70 12 =15 % 1wy mepintwoewy tO@Awone. Ilepimov 80.000 Apeptravol
elvor "vopund topAol" AOyw yAauxoUatog, 0plloviag Voua wg TUPAOTNTA,
"ontnn o€hnToe pxpoteen M lon pe 1/10 otov xahdtepo ogbokpd e
Stopbwon 1 ontnd nedio otevotepo and 20° oty mo evela Tov StapeTEo".

2uc HITA 1o III'AT" anotedel, pe peydin Stapopd, 11 cuyvOTERY] LOEYN
yAavnopatog, mepthapfBavoviag 1o 60-70 % twv  yAoauxwpdtwv  mov
eX3NAWVOVTAL GTOLG EVYALXEG.

Kabe yoovo otig HITA mpootifevtar 5.500 vopixd tugrot. Zyedov 900.000
atopo ottg HITA eppavifouy mpofinpata opaong e€outtiag Tou YAALUOUXTOG
(xoovix 71 poviun peiwon g opaong). Tovlayliotov SLO  exaTOppLOL
APEQUaveY €YOLY YAUDUWUX 7] OCUVOPEIS MATAOTROELS %Al (OWG Ol ULoOl
Tepinou 10 ayvoolv. ITévte pe Séxa exatoppbota Apepuovmy gyouy avénuévr
EOII, vyeyovog mov toug 0Oétet oe opado vdnrotepov xuvddvov
yAavnwpatinég BAafec tov omtxod vedpov. Xtc HITA mpaypatomotodvrot
TEQLOOOTEQEG MO TRl EXATOUMLOL  emonedel 10 YQEOVO Y TNV
noeoanolodnoy Tov YAXLUWUATOG, UKL TEQLOGOTEQOL ATO &V EXATOUMUDOLO

aobeveic vmoBailoviar oe  Oepamelor.  XOpQuva  HE  OELYUATOANTTINEG
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OTATIOTINEG, Ta Apeox 0O YL TYV AVTLUETWTLGY] TOV YAULKWUXTOG EETEQUONY
o 440 exatoppdorn Sdoraptar 10 1977 now vmoloyiletow ot yabnuav 1,3
Stoenatoppbtar SordELa e€alTiag TG HELWHUEVYS TAQAYWYUOTNTAG. ANOUX UL
av vrotebel OTL AVTOL Ol LTOAOYIOPOL eVl XXTH TEOGEYYLGY), ElVaL YAVEQD OTL
10 VAR AmoTEAEL Evar TOAD onuavTind SMuodoto TedBANua vysiag.™

2ty EMada  obupuwva pe to TeAevtala  oTOlyeld, OTMWG  ALTA

npoxvmtovy and 11 Thessaloniki Eye Study, [Topouzis F. et al, Am ]
Ophthalmol. 2007 Oct; 144(4):511-9] 7 ovyvomta 10V  YAXLUOPUATOG
avomTNG ywviag 610 yevind mAnbuono eivan 3,8 Y% oduywva pe tov optopo 1
o 5,5 % obppwva pe 1ov optopd 2.

O opwopdc 1 Baociomre oty ToHEOLGOLK YAXVKWUATINNG KOIAAVOYNG GTOV
omtino dloxo not emtPefotwpévng yraunwpatinng BAdBng ot ontind medla Twv
axobevov.

O optopog 2 nepterapfove nat dTOpa Yoo o0 OTOl 1] xAviny| e€etacy] NToy
ooPWS LTEQ T7)G LTIUEENG YAXVHWUATOG, AUOWUY] HAL ALY T XVGTYEA XELTNOLAL OEV
EXATQWVOVTAY GTO GLYOLO TOUG.

H ovyvomra touv IIIATL Nray 2,7 % now 3,8 % now 7 cuyvomta tov WA
Ny 1,1 % now 1,7 %  odppwva pe toug optopovg 1 xar 2 avtiotorya.
Wevdoanoporidwan eiye 1o 11,9 % twv ocvppeteyoviwy ot pelétn xoat 1o
15,2 % amo6 toug Pevdoanopordwtinovg eiye WAL

2UUTEQUOPATING, V] CLYVOTYTX TOL YAXLUWUATOG XVOIUTNG YWVIXG OTY|
Thessaloniki Eye Study (TES), eivoar mapopowr 71 ehapows vdnrotepn
OLYXELYOpEVY] pe dAAeg mAnOvoploneg pekéteg mouv éywvav oe Asuxovg. H
oLVOMMd ehapEws LYNAOTEEY CLYVOTNTA TOL YAALUWUATOS AVOUTNG YWVIXG
omv TES ovynpttind pe tig dAAeg peléteg pumopel va anodobel oty vYmin
ovyvotnta tov WAL oty TES.

AVTIOTOUYEG ElVOL AOITIOV Ol UOLVWVIXEG UXL OLLOVOUIXEG ETUTTWOELS TOL
YAXLUOUATOG 0TV EAANvin?] novwvie, oav uot 8eV LTAEYOLY TEOG TOV TAEOV

eldInEG UEAETEC.
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3.

TAEINOMHZXH KAI OPOAOTI'TA (EUROPEAN GLAUCOMA SOCIETY)

Olo Tt €167] TOL YAAVKOUATOS HATATAOOOVTAL GE TEWTOTHO %ot

dsvtegomtad] avaloyo pe:

™ ywvia Tov TEocbiov HBukdpov natd ™) ywviooxomia

TOL EDETUATA ATIO TY] LOQYOLOYLX TVC XEYUANG TOV OTTLXOV VELQOL UATA

™ Bubooronnon
11 BAdBec ota omTing medin

TOLG UDELOLE TAOAYOVTEC ULVSLYOU:

B cvdopbdhpa nieon (EOIT)

B o

B oyyelonobe TaEayovTeg xtvdhVoL: TOTXONS HXL CLGTYUATILONG
B yopnin dtuctolnn Tieon Stayvomng

B puln (nwpiwg Afro-Caribbean)

OLVUTIQY OVOEC UATAUCGTAOELS
* o@Bopineg

* e€w-opBbakpineg

emnpocheta yoNotuo ¥Atvina oTotyeio

QTN LMY TIEGY) “UATIVLO UL

-aptBpog opdéewy -AAKOOA

-COUY OO AlUXTOCH -OMOYEVELAHKO LOTOQWUO
-MTiSto AlpaTog XTWAELAG OQXONG
-Mpeavia -OLXOYEVELAKO LOTOQIUO
-npba yépla, Raynaud’s YAUVMOUATOG
-VELPOAOYIXEG VOGOL -LOTOQWO ATWAELNG XLUXTOG
-v000g Ovoetdoig -LGTOEIXO VEYOIUYG VOGOL

*0 pOAOg TOL CanYEWS0LE BTN WG TaEdYOVTL

nvdovou yo v avamtuéy TIAT eivon apgprieydpevoc.
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3.11-ITPQTOITAGEX XYTTENEX TAAYKQMA

xLTLoOAOYiX: BLOYEVESLX TG YWVIAG

nofounyoavionoc: HeELwPEVY] eExpon LOXTOEL0LE LYQOL

YAQANTYOLOTING:
gvop€n: amo 17 YEWWNON LEYEL TO OELTEQO ETOG TNG LwNg
nAnpovoumotta: ouvibwg oropadint), cuvnbwg (ueyet10%o)
DTOAELTOUEVY] € TIOKIAY] BLELGLTIUOTY T
(LAO: TILO CLYVO GTOLG EEEVES (65%0)
petaAlaysg eyovy Swumiotwbel oo yovisto CYP1B1 (2p22-2p21)
AAVIUX COYUELX UL CUUTITOUXTA:
pwtoyoBin, durpLEEola, BAEYaEOCTACUOGC, TOLPLLO TWV LATL®Y
EOIT vno yevinn avarabnota: avemooung and novy g vo entBefotmost
7 S yvwo?], exTOg eav elvort LIeERoAa LYNAY, nabwg 1 yeviu
avarcbnota propet va petwoet v EOIT.
Kepatinn Sapetpog > 11 mm (Bodybaipoq)
Oidnpo xepatoedoig (+/- pnéeig g Aeoxepeteiov pepfodvng.)
Kepoakn tov ontixod vebpou: pressure distension/uniform cup
enlargement (CDR >0.3)
YWVLOOHOTILA: AVOLXTY] YWVIX
SOPING GTOLYELX YWVING AVETXEAWG SLUPOQOTOLYUEVYL
TEUUTEXOLAOBLGYEVEDY] (TeEthakBavorévng TG pepBavng
tov Barkan )

npochix etocoknt) g iptdag
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3.1.2- TTPQTOITAGEX BPE®IKO (INFANTILE) TAAYKQMA /
newtoTtadsg ovyyeveg yhaduwpo oPrung svoeéng

aLTLoAoyio: SLGYEVESLA TG YWVIAG

TaHoUNYAVIOUOG: UELWIEVY] EXQOT] LOXTOELGOLG LYQOL

YAQANTYOLOTING:

evopén: TolTo pe denato €10g TG LwNg
nAneovouromta: ouvnbwg omopadny, uéyot 10% vrnokeinopevr pe
TowmiAY SLetoduTINOTN T
VUK OYUELX XAl GO TTOUOTA:
novog aouvning, ouvnbwg eppaviletal xEY e CUUTTOUXTA XTWAELAS
OTTIMWY Tedlwy
peytotn EOIT: > 24 mm Hg ywplc aywyn
nepatoetdne: Sapetpog: < 11 mm (Ot BodybaApog, oyt oidnpa
1eQUTOELOONC)
Kepaly tov ontinod vevpou: pressure distension/cup enlargement pe
Stayvtn BAaBn Tov rim
YOVIOGKOTIO: XVOLUTY| Yo
SOPNG GTOLYELX YWVING AVETXEUMG OLUPOQOTOLYUEVYL
TOUUTIEXLOLAOBVGYEVEDT]

npochix etocoknt g iptdag



€.

3.1.3 -TAAYKQMA XYNAEOMENO ME XYITENEIX
ANQMAAIEX

. oaviptdla

o
B.
v
)

obvdpopo Sturge-Weber

. VELQOIVWUATWOY

. obvdpopo Marfan

obvdpopo Pierre Robin

oT. O}J.O%UG’ELVOUQiO(

C.

L

—

<

= & =N

ywvtodvoyeveoia {1: obvdpopuoAxenfeld-Rieger

{2: avopoiia tov Petet’s

. obvdpopo Lowe’s

HUIUQOCPULOOPNLOL

UUQOUEQAUTOELDG

. epvbpa

YOWUOOWUINES AVWOUXALES

. broad thumb syndrome

. TAQUPEVOY LTEQTAACTING TEWTOYEVES LUAWDEG

14
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3.2 -TIPQTOITAGOH I'NAYKQMATA ANOIKTHX I'QNIAX

Ogtopoc.

To yYAXORWUATO XVOIXTYG YWVING ELVAL YOOVIEG TOOOBEVTINEG OTITIEG
vevpomadeleg, TOL EYOLY OLVEC YXQANTYOLOTINEG LOQPOAOYINES AANXYES OTV
AEPAAY] TOL OTTILOL VELEOL AL GTY) OTLRASA TWV VELELLWY YWY, XTOLGLX
AAANG OPOAAULXTG VOGOL 1] GLYYEVWY avewpaAlwy. ITpoodeutindg Bavatog twv
YRYYMANWY UDTTAOWY TOL APPLBANCTOOEIS0DG Kol ATWAELX OTTIXWY TEGLWY
OLVOEOVTAL E XVTEC TG AAAXYEG.

O oyetinog xivdvvog o TTIAT av€aveton ouveywg, av€avouévng g
evdoypbaiptag nicong (EOIT), ot Sev vmdpyet evdetén yio v dOToén
namnotov ovdov EOIT yi ™y évapén g nataotaone. Ewaletar ot
TaEayovieg ntvdLvov, Stxpopetinol ano v BEOIL, éyovv oyetna peyaddteen
OTHOCLO EXV DTTROYEL YAXLUWUXTINY OTTIUY] vevporabeta ot yoauniotepa
(oTaTIOTING «PLOLOAOYAY) eTiTeda evdobaiptag Tieong.

To III'AI" éyet awbaipeta vodiatpebet oe YYning ITieong not
Duotoroymng Iieong, aviinatontoilovtag o TaQamave, v 1ot T SLO
UTOQEL VX AVTITQOGWTEDOLY EVXL PACUA OTTIUWY VEVLEOTIXOELWY UVUAIVOUEVNC

evatotnoiog oty EOIL
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IMTxpayovteg Kivduvov aysti{opevor pe avgnpévy) enintwon

yicoxwpotieng Brafng.

®  viavnwuotuy BABn 610 aAo et

o LEOII
o Hiwix
e Duiy

e Aentog nepatoetdng
e Yeudoamoporidwon
e Mvowric >4 dtontpleg
e Ayyelaxol TeEayovieg uvduvou:
-Tomwot:
-l oEEAYLX OTITIXOL Slouov, oYeTLOUEVT] ETLONG e eMOEIVWOY)
™G PAafng
-neptniaio atpoyio, oyetilopevn eniong pe emdeivwon ™
Brafing
-2 00 TNUXTIOL:
-eynepalny| vOoog
-XEOLONYYELANY] VOOOG
-0 YELOOTILGILOG: OV YEQLX 1ot TOOLAL
povopeva Raynaud’s
NnEavia
~CLOTYUATINY LTTOTACY] L€ VOXTEQLVY] TITWGY] TG TECTG
-xounAn mieon dtnbnong
-uTeEyoAoTeEol i / TEEMTS ot pio
e  Owoyeveloanod toToEWwo yAawunpotog ae ovyyevelg 17 Babuod

o oyaewdng Stf31Tng: 0 EOAOG TOL Elval ALUPLAEYOIEVOS
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3.21-TIPQTOITAGEX NEANIKO I'NAYKQMA

Atttoloyia: Ayvwotn

[TaBounyaviopoc: Metwpévn expor bdaToetdobg LYEOL

XoQanTnoLoTnd:

‘Evopén: 100 ewg 350 etog g {wng
Kinpovopuodtta: otoyevetaxo 161006 pmrogst vo vrayst. I'ovidia
7ov oyeti{oviot pe T0 TEMWTOTHOEG VeuvIXO YARDUWMUA EYOLY
tavtonomei 610 yowpoowpa 1 (1q24-q25) MYOC ™*
(XAMQOVOUIXOTNTA XUTH TOV ETUXQATODVTH YAQAKTY|Q0)
Khvind onpelo uott GOUTTOPOTO:
ACUUTTOULATIHO
Meyiom EOIT > 21 mm Hg ywplc Oepaneia (npepnota napmdin
Tleomq)
Keyaln ontizol vedpouv: Sayvtn BAdBr tov rim tomxy. Kébe tdhnog
ONH yravxopatinng BrdBng etvar mbavog.
2rfada TV VELEW®Y tvev: TuTXEG dtdyvTeg BAdBeg
Onuund medio: yAavnwpatineg BAdBeg unoet vo eivat TpovdoEG

I'wviooxronia: ywvia tpochiov Buddpov evpeio (avowtm)
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3.2.2 -TIIGANOAOTOYMENO ITPQTOITAGEX NEANIKO
I'AAYKQMA (SUSPECT)

Atttohoyia: Ayvwotn

[HaBopnyaviouog: Ayvwotog

XoQanTnoLoTnd:

‘Evopén: 100 ewg 350 etog g {wng

Aev vrdyovy Souwneég 1 Aettoveyinég BAaPeg e QLGLOAOYIUO OTTINO
dtono, o Bada VELEMY LYKV Kol OTTIUG TESiN

Kinpovopunot)ta: otoyevetaxo 16toQtno pmrogst vo vrayst. I'ovidua

7oV oyeti{oviot pe 10 TEMWTOTHOEG VEuVIXO YARDUWMUA EYOLY

tutono et ato yowpoowpa 1 (1q24-q25) xat os petadldayy g
MYOC **
KAI
Eite It
Meyiot EOIL: > 31mm Hg (ywelc aywymn)
Eire I1:
Tovkdytotov 600 and Tovg ardAoLOOLE TAEAYOVTES %LYSLYOUL:
A) Méyiom EOIT 22 mm Hg éwg 30 mm Hg
B) Awxgopd EOIT > 4 mm Hg avépeca oto 600 patia
I') owoyeveland 161000 YAXLAWOUXTOG

A) ExdNAo veavnO YAROMWUA GTO GANO UALTL
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3.2.3 - TIPQTOITAGEX TAAYKQMA ANOIKTHX T'QNIAX/
IF'AAYKQMA YWHAHZX ITIEXHX (IITAT/HPG)

Bheme etooywyn ot 3.2
Atttodoyio: Ayvwotn 670 peyaddtepo nocooto. Televtaio €youvy
ovoyetiolel yovidio nat LETXAAXYEG TOLG

HaBounyaviopoc: Ayvwotog. Metaddayeg Tov yovidioo MYOC

ovayeti{oviat 6e noGoatd ~5% °
Xapantnolotiud:
‘Evopén: and 10 35 étog g {wng xat Tavew
KAwvina onpelo ot CORTTOROTA:
ACUUTTORXTING UEYQL ERPAVLOTNC TQOYWONIEVWY ATWAELRY GTA
onTing medlu
EOII > 21 mm Hg ywplic Oepancio (nuepnota xapndAn nieorq)
KepaAn ontinob vebouv: eTINTNTES YXOANTYQLOTIUES
yhourwpatineg BAdBeg not/N adhoyés ot otfddo Twy
veuEy tvev (Stayvteg 1 eviomtopeveg BAafeq)

Ontnd medio: guvNOWC aVLYVEDOLUES YAXLUWUATINEG AXAAOLWOELG,

Tov avTLeTolyoLy o1tg BAdPeg Tov omTIoL Sionov, UTOEEL VA
eppavilovrat.
I'wviooxornia: avownty ywvia tpocbiov Baddpov (ywoelc

YwVtodvoYEveo], k1] GLVAUEVY] VX UAELCEL).
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3.2.4- II®ANOAOTOYMENO ITPQTOITA®EX TAAYKQMA
ANOIKTHE T'QNIAX YWHAHY ITIEXHY (IITAT/ HPG
SUSPECT)

Bréme etooywyn uo 3.2

Arnodoyio: Ayvwot

[aBoprnyaviouoc:

Ayvwotog

X QA TYQLOTIU:

Ontnd medla no /M ontindg Sionog xat/7 otade Vevpwmmy VoY
(PLGLOAOYIXT] 7] DTIOTTY), L€ TOVAAYLGTOV VX DTTOTTO GTOLYELD ATIO T
THQATIAVE
Meéyiom EOIT > 21 mm Hg < 30 mm Hg ywplc Bepancio (npepnota
NUPTIOAY TEGY|C)
I'wvioonomio: avowty ywvia npochiov Budapov
[Tapdyovteg uvddvou mouv meenet va Angpbodv vr” oduy:
Awpops EOIT > 4 mm Hg peta€d 1wy 6vo opbokuov
T e péytomng EOIT
Kdbe adlhog ayyetanog Tapayoviag utvdbvou Yo YAXLUWUXTINT] OTTIAY)
vevpomabeta
[II'AT" 670 aAho pactt
AION o170 dAO patt (xETNELTLOMY LOYALUINY] OTTINY] VevpoTabeta)
2npelwon
H Jevdoamnoporidwon uat 1 Slaomopd YowoTHNg VUL TXOXAYOVTES HVOLVOL
Yo devteponabeg yAadnwpo avomTNgG ywviag.
H v{nin EOIT éyet evoyonomnbet ahka dev éyet amodetybel ot etvort
ALTLOAOYINOC TOEAYWY Yo amOPEaén wAeBag, etdind oe aobevelc pe

XQTNELONT] LTIEQTAGY)], VTEQYOAY|CTEQOANLLIO AL TIALY VOO,
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3.2.5 - TIPQTOITAGEXZ TAAYKQMA ANOIKTHX 'QNIAX/
TF'AAYKQMA OYXIOAOTIKHE ITIEXHY (IITAT'/NPG)

BAéme etooywyn uo 3.2

Attiohoyia: Ayvwotn

[abounyaviouog: Ayvwotoc. Metadlayn tov yowdiov g Ontivevpivng
eyet Boebel oe owoyéveleg ue NPG

XoQaUnTNOLOTIHA:

BEvapén: and 1o 35? tog g NAmiag ot Tevw

KAvia onpetar xow GUTTOPOTOL:
ACUUTITOUATING UEYQL ERPAVIOTNG TROYWEYUEVWY XANOLDOEWY GTA
omTind medin
Meyiom) EOIT < 22 mm Hg ywopig Oepancio (nuepnota noauumvin
Tieoq)
Tomun yroavwpotnn BABr ¢ #e@aArg TOL OTTIKOD VELEOY
Atpoppayia Tov OTTIXOL SloKOoU
Tomueg YAAUAOUATINEG XAAOLWOELG GTA OTTING TTEDLX, KOLVEG Tt
xpanevteeg BAafBeg
T'wviooxomio: avonty ywvia npocbiov Budapov(anoxieiote SixAeinoy
YAELOLLO TG YWVLNG)
ATouota LloToEWOD 7] YAVIKGY oNpelwy JAANG 0pbaAunng vooou 1

Mg otepoetdwv.

2 e Yl UETOYOY] KEVTQMOD TIAYOLC XEQAUTOELOOVC EQV T

evonpata dev Tootdlovy




3.2.6 - IITAT /TIIGANOAOTOYMENO I'NAYKQMA
DYZIOAOTIKHXE ITIEXHY (POAG/NPG-SUSPECT)

Arnodoyio: Ayvwot

[aBounyaviopoc: Ayvwotog

XoQaUnTNOLOTIHA:

Khvind onpeta not oupnTOUOTO:
Ontina medlo: YUOLOAOYINA 7] DTTOTTA
Ontndg dionog not /1 ot fada veuEKY VGV: ELETATA O
SLoyveoTind ahhd cLUPBATA e TN SLaYVWEY] TOL YAXVAMUATOC
Meyiot EOIT: < 22 mm Hg ywolg Oepancio (nuepnota uopmdAn
TEaG 7] EMAVAAXUBAVOUEVES ETONOELS)
I'wvioonomnio: ywvia tpocbiov Oalapov avownty| (anoxAelopog
SLUAEITIOVTOG HAELGLLATOG TG YWVIXG)

[Tapdayovteg uvddvou mouv meenet va Angpbody vr” oduv:
Awpops EOIT > 4 mm Hg avapeca ota dbo pdtia
Kabe dihog ayyetandg Taoayovtag ®vdbVOL Yot YAXLUWUATINY OTTIUY
vevponabeta
IMadnwpo puotohoyung Tieong 6To A0 (ATt

2xedn) Yl UETOYOY] KEVIQUOD YOV XEQAUTOELOODS EXV T

gvonpata dev touotdlovy

22
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3.2.7 O®OAAMIKH YITEPTONIA (OCULAR
HYPERTENSION, OH)

Atttohoyia: Ayvwotn

[MaBounyaviopodc: Ayvwotog

XounTNOLOTING:

KAvind onpetor nott cpTTOMOTOL:
Meyiom EOIT > 21 mm Hg ywplg Oepaneioa (npepnota noauumdvin
Tieoq)
Ontna medlo: YuoloAoyLna
Omntinog dionog nat oTtBdda VELEUMY VWY: YPUGLOAOYINY
TI'wviooromnio: ywvie npocbiov BuAapov avont (anoxetopog
SLUAEITIOVTOG HAELGLLATOG TG YWVIAG
ATouota LloToEWOD 7] YAVIXGY oNelwy JAANG 0pDaAunng vOoou 1
Mg otepoetdnv.

AALOL TLEGYOVTEG ALVODVOL: NAVEVAS

H v{nin EOIT éyet evoyonomnbel ahka dev éyet amodetybel ott eivort
XLTLOAOYILOC TOEAYWY Yo amOPEaén YAEBag, edind oe acbevelg e apTnEtoemn
LTEQTACY], DTIEQYOATCTEQOAXLALX UL T VOAULOULA.

2 e YL UETOYOY] KEVIQMOD XY OLC XEQAUTOELOOVS EXV T

gupnpatoa dev touLdlovy)

Av nou 070 Toeeerbov éyet yonortponombet wg Stdyvwon, xot axuoUn xoL TWE
ylvetat Story wELoPOG Ylar EQELVYTIXOLG AL VLo GUOTOVG TAELVOUNONG, O OQOG
o@Oaipny vreptovia (OH) B mpénet v yonopnonoteitar povo ya var
natadewmvoet 0Tt 1) EOIT eivan suveywg 6o otablepéc anoxieloelg and 1o
(PUGLOAOYIXO PECO OO, EYOVTAG OAX Tal AAAX OPHUAUIG ELENUXTY pECH OTX

(PUGLOAOYLNG OQLAL.
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3.3 - AEYTEPOITA®GH I'NAYKQMATA ANOIKTHX I'QNIAX

Xapantnpilovtat and vdnin EOIT mov mponwkel tummnm
YAXUXWUATINY] OTLTINY] VevEOTAbelor ot ATWAELX OTTTIUWY TESLWY,
TEOXAAOLUEVY] atO 0PBaApIES N w1 oPbHaAInEG vOGOLG, PaOMoma 1ot
Oepameiec. Extipnomn g yravuwpotung BAaBng oty ontun Aettovpyla,
neE L Bavopevnc nat ™G e€ETAOG TV OTTIXMY TESLWY, UTOQEL VoL Elvat
SLOUOAT AOYW TwV LTOKELhEVLY OYHaApinwy acbevelwy 7 g Tepinhonng
AMVIING ELOVAG.

H androvdn ta€ivounon Baotletar mowtayud aTtoug
nfouotodoywovg P yaviopole.

Orav 8ev avevplonetat mEoyavyg atttoloyla ot tabopualoloyindg
UNYVIOOG 1) Stayvwor) B Tpémet var natevBivetal Tpog To TpwtonabEg
YA DU

2to0 6evTeEOTAO] YAALUOUATAH AVOUTNC YWVING 1] Ywvia TOL TEochiov
Bokdpov eivar avowty miéov twv 270° .

2e TOMEG popyeg devteponabovg ylavuwpatog ot tabopuatoroynol
unyoviopol 0dnyouvy 1060 oe devtepomabéc yhadnwua 660 xat oe YAAOKWU
nhetotng yoviag. Eivat gavepd o1t 0 aplfog 1wy cuvdvacumy eivot ToAD
vdPnAog, onote ndbe mepinTWoY TEENEL Vo EXTIUATOL EEXTOUIMEDUEVA.

[Taxparatw Bo avapepbovy emypappating to €idr Tov devteponabiong

YAXUAWUATOC AVOUTNG YWVIXG.
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3.3.1 - AEYTEPOITAGH I'NAYKQMATA ITPOKAAOYMENA
AITO ODPOAAMIKEXZ KATAXTAXEIX
3.3.1.1 Wevdoamogohdwiind Mabxwpe (PEX)’
3.3.1.2 Xpwotopopo Iadxope™' !
3.3.1.3 @axoyevéc Aevteponabdeg Ihadnwpo Avorntyg IN'wviag
3.3.1.4 Ihodnwpo oxetllopevo pe evdopbaipto atpopayla
3.3.1.5 Thadnwpa and Payoetditda
3.3.1.6 Iodnwpor ogethopevo oe ev8ophHalptong 0yxoug
3.3.1.7 Thaduwpa oyet{ogevo pe anoxdinon aupBinotooedobs™

3.3.1.8 I'abdnwpoe ogethopevo ae oQhaA o TEXL

3.3.2-IATPOTENH AEYTEPOITAOGH I'NAYKQMATA
ANOIKTHX I'QNIAX
3.3.2.1 Thaduwpa opethopevo oe epaneia pe otepoetdy (Koptilovind) %
3.3.2.2 Aevtepomabféc Ihaduwpa Avowntyg I'wviag opethopevo oe opbohuinn

yetpoveywy emépuBaon xou laser'”

3.3.3 - AEYTEPOITAOGH I'NAYKQMATA ANOIKTHX I'QNIAX
ITPOKAAOYMENA AITO MH O®OAAMIKEX KATAXTAXEIX
3.3.3.1 I'hodnwpor TOOKAAODUEVO ATTO ALENUEVY] ETILOXAT|OL PAPInN Tieon
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3.4 -TIPQTOITAGH I'NAYKQMATA KAEIXTHY TQNIAX

[Towtonabeg yAabdnwpa #AELGTNG YWVIAG EIVAL TO KAEIOLUO TG YWVIXG
T0V TEOGHioL BaAdpov AOYW LPLBOXEEATINNG ETAPTS 7] AOYW GUVEYELWY KoL
ogeileton oe evay atbuo mhovav pnyaviopmv. Avtd pmopst vo yet oo
amotéheopa avénon e EOIT now pnopet vo mponaréoet SOUnEG aAYES
otov oghakuo' P,

To yAounwpotor ®AELoTNG Ywviag LTOSLALEOLYTAL XALVING Ot O&eleg uat
oe yeovies popyes. O naboyevetindg Toug UNYAVIOUOS WGTOCO elvat
TOMATAOG 1ot TOWIAREL AVXAOYWS TNG LTTOXELUEVNS uxTaoTaons. BEE oplopold
070 0&L YAXOKWPA KAELGTNG YwVIag 1] Ywvia Tov Tpocbiov BuAapou eivor
%AELOTY] AOYW LOLOONEQATINTG ETXPNG V] OTOLXL ELVAL AVULGTOEYLULY], VK OTO
YOOVLO YAUDUWUX UAELOTHG YWVIKG TO UAEIOLO TNG YWVIXG ElVOL 1]

] ] ' ] v 1441
avaoTEEPLLO AOYW® TEQLPEE®Y TEOGHIWY cuveyetmy' >,

3.4.1 - [IPQTOITAGEY 'NAYKQMA KAEIXTHY I'QNIAX (PAC)

3.4.1.1 - O& npwrtonabeg yAadnwpo ©AetoTNG ywviag

3.41.2 -Awkeinov (intermittent) yAaduwpo xhetotg yoviag IACG)

3.41.3 - Xpowo yhabrwpo xhetotyg yoviag (CACG)

3.4.2 — XTAAIO META AIIO KPIXH OEEQY 'NAYKQMATOX
KAEIXTHY I'QNIAX

3.43— H AYNAMENH NA KAEIXEI I'QNIA (ACR, Angle-Closure
Risk)
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3.5 - AEYTEPOITAGH I'NAYKQMATA KAEIXTHY TT'QNIAX

Kvind not vt StotpobvTat oe oZeleg 1ol Ge YOOVIES LOQYES, O
naboyeveTInOg PNy avioROg elvart xat €8 TOADTAOKOG, ot €€’ 0QLEPOD OTIG
o€eleg LOPYES TO UAELOLUO TNG Ywving etvat avaoTeePtno (AOyw
LOLSONEQAUTIUNG ETXPNC TOL SOVTAL Vo Avbet) eve oTIg YEOVLES elvat P

avaoTEEdo Adyw vapEng TEOcOwy TepLpepUhY cuveyetmy' .

3.5.1- AEYTEPOITAGEYX 'TNAYKQMA KAEIXTHY I'QNIAYX ME
KOPIKO AITOKAEIXMO
3.5.2 - AEYTEPOITA®EX 'NAYKQMA KAEIXTHY I'QNIAY ME
[TPOXOIO «EAKYXTIKO» (PULLING) MHXANIXMO XQPIX
KOPIKO AITOKAEIXMO
3.5.3 - AEYTEPOITAG®EX 'NAYKQMA KAEIXTHY I'QNIAY ME
OINIZ610 «LEHTIKO» (PUSHING) MHXANIXMO XQPIX
KOPIKO AITOKAEIXMO
3.53.1 — Eogoipévn natedBovor touv vdatoetdovg (block axtivetol %
noronBeg yhabxopa)
3532 —Kboteg g lptdag uat Tov antvwtod, evdopbauior oyxot
3.5.3.3 —"Evbeon ehatlov otMnovng 1 aeplov 011V LAAOELSINY] XOAOTYTX
3534 — Payoetdnn Siayvor opethOpevY| oe:
o) pAeypovn Omwg oe oxhnpitda, payoetdinda, HIV
B) avénpeévn yoptoetdun heBun micon Onwg ae vavoypbaipo,
oo buckling, navauptBinotpoetdiny putonnéia,
ok nevtpung YreBag tou auptBAnotpoetdoug,
2P TNELOPAEBwdY] eTMOVOVIA.
Y) Oy%o
3535 — ApgpBinotosidonabeta e npowedTtag (otadio 5)
353.6 —Xvyyevelg avwPaAIEG TOL LTOEOLY VO GYETIOTOLY [UE

devteponabég yAavnwpa (owmoyevng vToTAxsia TG (PLOAG,
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XVOUOA ETLPOVELM ayyelo TG tpLdag, aviptdio, chVEEOpUO
Sturge- Weber, vevpoivopdtwor, cbvdpopo Marfan, cbvdpopo
Pierre Robin, cbvdpopo Lowe, opoxvotivovpio, ywvioduoyéveor,
UIXEOXEQATOELDTG, npOoYatpopaxia, epLb, ToHEXUEVOV

LTEETAXGTINO LaAOELSES, broad thumb syndrome).
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4. MOPIAKH I'ENETIKH XTO I'AAYKQMA

Ewooywyn

Onwg eyet mpoavaygepbel, 0 0QOC YAXOAUWUA TEQLYQAPEL Lo ETEQOYEVY]
opado OV VevpoTabelwy ToL 0d7YOLY GE ATEOYIX TOL OTTIUOL VELEOL
not ) avaeoTEePLy] amwdeta g opaone. ITpdxettan yiae 1 debrepn mo
OLYVY] LTI LOVLILYC XAl Y] AVULGTEEYPLUNG TOPAWGYC GTOV AVATTUYUEVO
1OGUO. 2e TUYUOOULO eTITESO €)YEL LTOAOYLOTEL OTL TepiTov 66,8
ENATOUUDELX AvOpWTOL o OLY ATd YAXLKWUX %ot 0,8 EXATOUUDOLY
TpoLGta{ovy aupoTeEoTheLEn Thphwon>. To npwronabdég yabxwpa
avowntyg ywviag (ITTMAT) eivart 0 Mo cuvning and Tovg THTOLE YAXLUGBUATOG,
nat vtohoyiletot 0Tt Tepinouv 10 1,6% Twv aTopWY NAniag avew Twy 40 eTwy
npooBidhetan amd TITAT™,

H ouyvomta tov TIIAT Stxpépet avdpeon oe minbuopoig pe
StopoeTiny] eBvinn uxtaywyr), yeyovog mov vTodevLEL yovtdtano vToBabpo
™¢ vooou. To TTI'AL eivar 5 wopéeg mo ouyvd oToug Appo-Apepinavoig oe
oyéon pe toug Aevxobg (Kavxdatong)™. Ot nphron Babpod cuyyeveig twy
xtopwv Tov Taoyovy ano ITI'AT™ éyovv ewg 7 @oéc peyadhtepo xivauvo va
eppavicovy TTUAT e oyéon pe o dtopa Tou yevixod Tinbuopmod™. Axodun
gyet ovyva mopatnenbel 0Tt 1 vooog eppaviletar pe av€npévn cuyvVOTNTA OE
OLXOYEVELEG YAXVUWUATINWY, EVR EYOLV avapepbel uat yeveahoymd devdpa ota
onoia 1o [TI'AT™ uAnpovopeitar aptywg oOIPWYL e TOLG UAVOVES TOV
Mendel®**. Eni mhéov ToA& amd To 18Laitepa yxQaUTNOIGTING TOL slvact
%AY|QOVOUY|OLUX, GUUTIEQLAX U BAVOUEVWY TNG AVAAOYING XOIAXVGY|C TEOG
ontnd dloxo (c/d ratio), g evBoypldhiag tieong, T1¢ ELXOMNG EXQONG TOV
LSATOELSONG LYEOL XL TG ATAVTNGNG OTX GTEEOELdT ™.

Av nou etval Goupeg OTL 1) yeveTnr] Tollel GNUAVTIMO QOAO GTNV
nabopuotoloyla TG VOGO, Ol AETTOUEQELEG OYETIXA € TOV TOOTO
YAQOVOUIXOTNTAG TY)G VOGO THQXUEVOLY O HEYHAO TOGOOTO ABLELXPIVIOTES

-TANY TWV TEQITTWOEWY OTIOL XAY|QOVOUELTAL WG LOVOYOVLSLAKO VOO oL
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nafog, navévag amd novog tou, aniog xavovag tov Mendel Sev pmopet va
nepryoddet v xAnpovopnotta tov ITI'AL" 610 6LVOAO 1. Xuvenrg
Oewpeitat Ot 10 YAaduwpo €yt ToATaEAYOVTIHY atTtodoyia (complex
disease)”. Xe éva 181010 HOVTELO 1 AAANAETISQUOT] TV VOGOYOVWY YonSiwy
not TV Thavey TeQLBAALOVTOAOYIX®Y THEAYOVTWY KVOLYOL LTOQEEL Va
e&nynoet v maboroyio Tov YAALUOUXTOG.

Trv televtaio Senaetior et yivel kEUETY TEOOBOS GTNY EVPEGY] VEWY
YOVLSL®V, OTNY AVIYVELGY] HETAAAXYWY TOL GYETILOVTAL € TY) VOOO 1ol TOV
naBoptopd cLYVOTNTWY AAANALWY peTagh TANOLoU®Y pe SlopoEeTiny] eBviun
NATAYWYY], WOTOGO AMYya YWwELLOLUE AXOWUT] YL T7] AELTOLEYIN TWY TEOLOVTWY
UG METUAAGYTG XL YL TOLG LTOXELPEVOLG TaHOYEVETINOLE Y AVLOROVG.
Touvkaylotov oxtew loct (yovidtanol 1omot) éyouvy cuvdebel pe 10 YAOK®LL
(GLC1A — N, GLC3A/B) nou toia yovidia éyovv tavtomonel péyot
onpepo: MYOC, CYP1B1 »xoe OPTN.

Mce0odot aviyvevong xut YxETOYEXPY NG TwY LTTELHVVWY YoVISiny

Apnetég pebodot yovv yonotpuonombet yio v aviyvevor twv

yovidiwv oL TEOXAAOLY o acbeéveta. XONOILOTOIWYVTAG TNV TOOCEYYLOY] TG

EVTOTIUOUEVY|C XAWYOTOINGY|C, avtyvebovTat T hava vocoydva yovidio not

a€lohoyoLvTal pe Bao 11 YOWUOCWUIXY] TOLG EVTOTLOY, AveEXQTNTA ATO T7]
AeLToLEYNY] TOLG EnPEoY. Me avTO TOV TEOTO EyoLY YapTOyEX YN Del
OQLOPEVXL YOVIBLX TTOL TEOUXAOLY GUYUENQLUEVES LOQPES AVATTTLELXXOL
YAowxopatog, 6mwg 1o PAXG6 yovidio nov mpoxakst avipwdio™ xot ta
PITX2" o FKHL7>” yoviSia mov npoxadobyv to cbivdpopo Axenfeld-
Rieger.

Oty Opwg Sev LTAEYOLY LTOVOLEG YLX TNV EVIOTLOY| EVOC DTOTTOL YL
o xabiéveta yovidtov, T0Te pmoeet v yonotporotndel pior Ay TEYVIXT, 1

avalvon yeveuune obvdeong (genetic linkage analysis). [Toouetton yroe peor
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XTOTEAECUATINY TEYVIAT] VL& TYV EVTOTIULOY] UETAAAXYWV 0T yovidta. H
nebodog Baoiletar otnv vobeon av dbo yovidianeg Béoelg (genetic loct)
Bolorovtat oe LinEY anooTaoy] ReTaL TOLG GTO YoVISlwpa, TOTe Oo
eppaviZouy TNV 1067 Vo ¥AEOVOROLVTaL Uoll HECK OTLC OLUOOYIUES UELWTINEG
Sradnactec. H pebodog e€aptator anmonielotua and 1 SuvatoOTnTor HeAETg
peyahwy oe péyebog owoyevelwv, peoo oG OTOLEC 1 VOOOG peTadidetal
oLV e Toug vopoug tov Mendel. Méln twv owmoyevet®y autwy
UOOURQOVTAL E EXATOVTADEG YeveTinong deinteg (genetic markers) yvwotwy
YOWUOCWUMWY DECEWY e ATIWTEQO GHOTO TNV AVLYVELG?] TV JEUTWY TOL
evtomilovtat dimAa 6t0 vIevbuvo yovidto. Enetdn n mbavotnta yevetinon
XVXGLYOLAGPLOD AVAUECH GE EVA YOVIBLO 1AL TO YEVETIXO OelnTy] elval avahoyY

™G petad Toug ATOCTACYG, TO YOVISLO 1ot OL OEITEC TTOL ELVAL XOVTY OE XVTO

oyedov mavta petafiBdlovtar pali. Tétotor ouvdedepévor deinteg (linked

markers) etvo ebxolo va avtyvevbody, xAnpovopoidviat de e 1o YaVOTLTO
¢ vOoOL To ovyva anod 0Tt B propovoe va e€nynbet xata toyn. H yvwotn
EVTOTILOY] EVOG GLUVOESEUEVOL BEINTY] LTIOOEUVVEL TY] YELTOVINY] YOWULOCWMUNY]
ev1omLon Tov vrebbuvouv yovidiov. H avdivon obvdeong éyet namolx
TAEOVEXTNUX T TTOL T1V 1BoToLY 1ol TEQU HATAAANAY YLow AVIYVELGY] TWV
yovidilwy 670 yhaduwpa. Aev amartel v Unaeén xanolag vrobeong oyeTnNg
pe v naboyévela g vOoOL TOL PEAETATAL 1] e T7] AELTOLEYIA TOL LTELHLVOL
YOVLSIOL. AUTO EYEL EYAAT] XONOLLOTNTX OTY] KEAETY] VOOT|UATWY OTWG TO
YAXOKWUeL, 0Ta OTOlo O TatHOYEVETINOC UNYAVIGUOG OEV EYEL TATIOWG
ATOCXPYVIOTEL.

[Toe” OAn 0 SOV TNG TEYVIUNG, 1] EAAELYY] LEYIAWY OLXOYEVELWY TTOV
gyovv mpooBinbet ano ITINAL, petwvet 1 XENOIUOTNTA TG OTY] KEAETY] TNG
vooou. L201000, ¢oTw not plo ooyévela, eav Boebetl, unopet va Bondnoet
OTNY TEOOSO TG AATAVONGYS TG YOGS TNG VOoou. Enetdr) ol meptocdtepot
aobeveic xatd ™ Stdyvwon tov TTIAT eivo nhutwpévor, ot yovelg Toug €youy
1O mebaver ot o Txtdid TOLG Elvat XEUETA VEAQX YL VX EXOAWCOLY T7]

v000. AuTO 0d7yel oe yeveahoywa 6évdpa (pedigrees), mou eivat cuvnBwg
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TOAD e o var eudniwdet obvdeon peta€d Tov YavoThimow TG VOGOL KL
evog yeveTtoL Seintr). Opwg yio 1o veavinng evapéng mpwtonabdég yhaduwpho
avortng yovieg (NITIAL) to yeveahoywa 6évopa pnoel vo eivat eptneg
(POQEG TOAD HEYRALL, AOYW TNG IUENG NMHING ELPAVIGNS TVC VOGOL XAl TNG
LPNANG SLetaSLTIUOTNTAC TOL YUUVOTLTIOL (GTNY TEAYUATIMOTNTA O KabEVaG
TIOL PETXPEQEL T PeTaAAaYY B endniwoet onuela T7g VOoOL aTO Vera
NAwier). Tow whtvind onpeta tov NITIAT eiva tepopota pe awta tou TTIAT,
pe 1] Stupopd Ot oty Tepintwo tov NITI'AL™ ot acbevelg epgpavilovy mo
evtova ovpntopata (1 EOIT unopet va Eenepdoet 1 60 mmHg), o npwipo
01adto (wg nat and ™V NAuia Twv 8 eTev). ¢ ex todtov To NITI'AL éyet

yonotponomBel wg poviedo y ™) wekétn tov IIAT

Iotogunn avadoopn

AQUETEG EQELVNTIUEG OUADES YOYOLULOTIOINOAY TNV AVAALGY] GOVOEGNG
Yoo ) pedétn yevearoywmov dévdpwy ue NITI'ATL pe oxomd v avedpeon
namotov vrevbuvou yovidiov xat pe v eAnida OTL TO S0 YoViSlo UToEEl Vo
oyetileton pe ™y naboyévelax tov o cuyvou ITIAT.

To 1993, ot Sheffield et al, >* yonotuonotwviag ™y avéivon chvdeorng
Ot Lol LeYRAY] OWOoYeveLa, evtiomoay OTt éva brebBuvo yovidto yia to NITT'AT
Botoxeto mbaveg oe pia TEELOY TOL YEWHoowUATOS 1. AuTog 0 TOTOC
ovvdeorg ovopdotne GLCTA.
O opog GLCTA mpogpyetat and to “GLC” mov onpaiver yAadrwpo, <17
Tov oNpaivel TEwTtoTabec avontyg ywviag ot “A” Tov oNpaivel TNV TEWTY
YoOVMa avlyvevar advdeong Yo vty ™) voco. Ot bpot GLC2 noar GLC3
aVoPEQOVTAL GTO TEWTOTAUDES YAADUWUX HAELTTNG YWVIKG HXL GTO CLYYEVES

YAabnowpa avtiotorya. (BAéne mivora 1).
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H HUGO/GDB (Human Genome Organization/ Genome Data-

Base) no00gtoe:

KATATAEH TQN I'ONIAIQN TOY 'TAAYKQMATOX

GLC: yovidta i T0 mpwtonabég yladnwpa

GLC 1: yovidwa yroe To ITINAT

GLC 2: yovidtx yro Tpwtomadég yAaduwuo ¥AELOTNG Ywving
GLC 3: YOVIOLAL YL TO GUYYEVEG YAXDAWMUX

GLC 1A: 70 TEWTO YaEToYEXYnOEv yovidio yix to TT.INAT

GLC1B,C, D, E, F.G: nabe emopevo yaptoyouynbev yovidio

Ilivaxag 1: KardraZy towv yovidiov tov I avrdparog

Andlovbleg peléteg obVdeong oe emmpoobeteg ooyéveteg pe NITI'AT
emBePaiwoav o1t T0 yovidto yix o NITI'AI™ evromiletar 670 yowpdowpa 1
wow ot ouynexpLpévy Béon: 1g21-q3177%,

Meta amod avty) TV avoxadodn peketnOnue extetapéva 1) yovidoamn
Beon GLCI1A oe avta o yeveahoynd devdpa pe oxomod v axpLB1] evionio)
T0L yovidiou tov vredtuvou yroe NIIT'AT'. To apywmod cuvdedepévo
UECOSIAOTN I 7)TOV XOUETA UEYXAO %ol TEQLELYE EXATOVTADES yovidia. Me tnv
EMOTOATEVCY] TEQLOCOTEQWV OUOYEVELWY 1AL TY] KEAETY] EMTEOGHETWY
YEVETIMWY Setwy, hetwbnue 1 neptoy evoloupepovTog o8 o TEQLOY Y] XOUETA
UIZEN Yo TNV EVaEr TALTOTOIMONG REROVWUEVKY Yoidiwy. Bva and ta
yovidta péoa 011 Héony GLC1A avayvwpliotne Tomta o8 TELQapoto
nottapmng Brodoyiag. To yovidio avto, myocilin (MYOC, Mvoaotivy), mou
1WOMOTOLEL TYV OWYLILY] TEWTEIVY), avouxAL@bne oe pio oelpd amo
Telpapoto oL e€epevvoioay v TadoPuololoyia TOL YARLKWUATOS LE T7]

YONO VOGS GLOTNATOG UAAAEQYELXG UVTTAOWY TOL YOVIXUOD SLLTLWTOD.
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To 1997, ot Stone et al,” a€iohdynoay o myocilin wg yovidio
vreLBuvo Yo Yhadnwpo edéyyovtag ta yevearoywa 6evépa pe NITIAT so
[MI'AT" yux vocoyoveg petadlhayég oo MYOC. e Oheg Ti¢ otnoyeveteg pe
NITTAT avorokbpOnmay petakhayés tov yowidiov. H petaBifaon twy
petadhaywv o0 MYOC axorovbetl mota v xAnoovourotnia g vocou oe
nabéva amo o yeveahoynd SevOa, LTOSEWUVLOVTAS UL CLCYETIOY] AVAUECH
ato yovidto nat oto NITI'AT. Emnpocheta, dvo owmoyéveteg pe TTIAT
Boebnray va eyovy petarrayés oo MYOC, vrtodewmvvovtag Tot OTL ot
wetohharyég Tou yowdio iowg tpoxahoby erniong xow TICATY. H cvoyétion
avapeon ato yovidto ™ Muoatiiviic (MYOC) nat oto TIIATL emBeBotwbnue
pe ™) Swdinaoio eréyyou (screening) 330 tuyaiwy acbevev e TTIAT son
471 atopwy ehéyyou (controls) yio g petadiayés ™g Muoothivng. Ot
petaAkoyeg Tou yovdiov g Mvoaothivig avevpebnuray oto 3,9% twv acbevov
pe ITI'AT™ xow ot0 0,2% twv controls. H cuyvotta twv petahhoymv Tou
yowidiov ¢ Mvoaothivng dmiadT, Ntay onpoavina LYNAOTeEY oToug acbevelg
pe III'AIL am6 o1t ot dtopax eréyyov. H perétn avty édetée oL oL
petaAhoyeg Tov MYOC oyetiCovtat pe éva onpovtind xoppatt tov TTIAT
emmpdoeta e to NITTAT. Méyot onpepa éyovv Boebel neptoodtepeg and
70 petoadhayég oo MYOC. [www.myocilin.com]. O pdlog ¢ opwvuung
TEWTEIVNG oy %ot eV EYEL TANEWS SLELXELVLOTEL, TLOTEVETAL OTL OYETILETAL e
TNV AVTIOTAOY] EUQOTG OTO YWVIAXO SUTLWTO.

To 1998 o1 Sarfarazi et al*' avépepay, emiong pe Ty Teyvny] Mg
YEVETINYG OLVOEDTG, CLCYETLOT] AVAUECK OE EVAY PAULVOTLTIO YAXVUDUATOG
(PLUCLOAOYIUTNG TLEDTG, O Pl EYRAY ottoyévelx oty M. Bpetavia xat oe po
yovidtann Beorn oto yowpoowux 10 (GLCIE).

To 2002 ot Rezaie et al* aviyvevoay o1 0o awty (10p14-p15) éva
véo yovidto mov cuvdebnue pe 1o I1I'AT, 1o optineurin ( optic neuropathy
inducing protein, OPTN;, ontvevpivy). Metoadlayés oo OPTN Boebnuay
oto 16,7% anod 52 owoyéveteg pe nhnpovounod TTINAT twv evnhinwy,

OLUTEQIALBOVOILEVOV N HATIOLWY E YAADUWIX PUGLOAOYIUNG THECT|C.
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Metodhayég tov OPTN Boébnmav eniong oto 13,6% and 124 onopadinég
TIEQITTWOELS YAALXWUATOG, XATA UDELO AOYO Yuatohoyiung nieong. H énpoaon
TOL YOVISLOL TOXEAYEL TV OUWVLILY] TEWTELVY, 7] ontolx eyet Bpebel 1000 oe
0@OUAULINODG LETOVE OTIWE TOV APPLBANGTOOELDY], TO YWVLAUO SUTLWTO, TO U7
LeAayyewoTnd emtBNhio Tov axtvwtod™, doo xaL oe w1 0EHAALMONE LETOVG
OTWG OT1V UXEOLA, TOV EYUEPAAO, TOV TAAKOVVTA, TOUG OUEAETINOLG DEG HatL
sk dpyava . Boioxetan emiong nat 610 udatoetdéc vypo™. H npwteivn
oLTY) TOTEVETAL OTL TALlEL EVX VEVPOTIPOCTATELTINO POAO GTOV OYHUALO ot
670 omTXd vebpo™.

To 2001, ot Aung et al”® avépepay 1 GLGYETIGN SVO TOARLOPYIGULY
oto yovidto OPAT pe yradxwpa puotohoywrg mieons. To yovidio avtd
Bewpeitan vmedBuVO Y TV ¥ANEOVOUN onTny] atpowia Alexander et al”’
Delettre et al®’) 1) onoix eppavilel 0QLOPEVE KOYE HMVIXG XX PUIVOTUTHE
YAQUANTYOLOTIUX PE TO YAXDUWUX PUOLOAOYIUNG TUECYG, OTWG OTTIUY
vevponabeta, wuotoloyny EOIT nat mpdwer enpdAlon Twv yayyAtamrwy
nuttaewy. Metayevéotepr 81Uoacievoy Opwe, 8e SIATLOTWYEL GLOYETLON TWY
noivpopytopwv o OPAT pe to TII'AT, oe 1petg Stapopetinoig
mAnOuopong”.

Emnpoobeta entog anod 1ig dbo mpoavagpepbeioeg yovidtanég Heoetg pe
Toe avtioTotya yovidia mov ovoyetiotnuay pe to ITTAL, éyouv Bpebet dideg
TE00EPLC LTOTTEG YoViSlaueg Beaelg, YwEIC OUWS Vo avtyVeELTOLY ETL TOL

TaEOoVTog dAAa vredBuva yovida. (TTivanag 2.)
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ITivoxog 2: I'lpwroralj yhavrduara avoutjc ywviag

TbOmog yAovx®pPATog

NIIIATL (embetind)
GLCI1A

[MAT

(puotohoying/ ptémgg
Bapvnrag GLC1B

T[ICAT (udnh, EOTT)
GLCIC®

TIIATL (péomng
Bapvntag EOIT)
GLC1D”

TITAT" (puotohoym
EOIT) GLCI1E"

TITAT (uéong
Bapvnrag EOTI)
GLCIF”

[II"AT" (adult-onset)
GLC1H”

[MT"AT"(early adult onset)
GLC1I”

[I'AT (early-onset)
GLC1J™

[I'AT (early-onset)
GLCIK*

IITAT
GLC11.”

NITTAL
GLCIM™

IT"AT" (juvenile-onset)
GLCIN”

Tovibio

TIGR/myocilin

Aev
avaryvwpliotnxe

Aevy
avaryvwploOnue

Aey
avoryvwpiotnue

Optineurin
(OPTN)

Aey
avoryvewpiotnxe

Aev
avoryvwplotnue

Aev
avoryvewpictnue

Aev
avaryvwpliotnxe

Aev
avaryvwploOnue

Aev
avoryvowpiotnue

Aey
avoryvewpictnue

Aev
avoryvewpictnre

Evtomion

1q921-q23

2cen-ql3

3q21-q24

8423

10pl4-p15

7935-q36

2pl6-p15

15q11-
ql3

9q22

20p12

3p22-p21

5q22.1-
q32

15q22-
q24

Merafifoon

Avtoowpxod
ETUQATOLY

Avtocwnd
ETUQXUTOLY

Avtoocwmxod
EMUHUQATOLY

Avtoowpxod
ETUQATOLY

Avtocwnd
ETUUQATOLY

Avtocwund
ETUQATOLY

Avtoowpno
EMUEATOLY

Avtoowmnod
EMUHNQATOLY

Avtocwpind
ETUNQATOLY

Avtoowmnod
ETUHNQATOLY

Avtoocwmnod
ETUNQATOLY

Avtoocwpixno
ETUQATOLY

Avtocwpind
ETUNQATOLY

Hluio
epupdviong
(e™n)

5-45

>40

>40

>40

23-65

(Or meptooOTEQOL AMO AVLTOVG TOLG YEVETILOVG TOTOLG OEV UTOQOLY VX

Sy wELETOOY Pe Baor] Tar XAV KOLTY|OLY).
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XYITENEXZ TAAYKQMA (XT)

To 2I' (GLC3), eivor piar etdind #Anpovopuovpevy) opbaipiny vocog,
7] OTolo EXSNAWVETAL AVTOUATA TTOLY ATO T GLUTANEWG?] TOL TELTOL ETOLG
e ndag™ . H natdotaon Bewpsitar 6Tt opeidetan o Stataparyh g
avantuéng Tov mpoabiov Hakdpov. Eyet vnotebel ot 1 Stvtaparyy) avt
UTAONBQEL T7) PO TOL LOATOELSOVG LYEOL Stapéaov Tov TM xat 0dnyel oe
avénon g EOIL H ovoyétion tov X1 pe tovkdytotov 17 yowpoowpinég
avopahie, eivar 181 yvwoth and 10 1984*, To yadxwpa otig Teptntdoeg
xLTEC CLVOLALETAL [UE YAQAATYOLOTINX BVOUOEPIAG, TOAGVOTYUATINEG
avopaiieg xot nxbuotépnon g avantuéng.

O Sarfarazi et al.” amoudvwoay to 1995, ty Towmty yowtdlamn Oéon
(GLC3A) ya 10 21" oy meploy] 2p21, yo1othoTotevTag TV avaiuoy)
obvdeong oe 11 and 17 owmoyéveteg and ™y Toveuia. Ot 6 owoyéveleg mov
dev yapTtoyeapNinuay oty TeQLoyN auTY), TaEElyay TNV EVOEL€n OTL LTAEYEL
TOLAGYLOTOV pioe anOpn yovidtauy Béon mov apopa 10 X1

EmBefaiwon avtng g apyne avagpopdg yto ) 0éon GLC3A,
TEOENLYE ATO T7) HEAETY] %l GAAWY OOYEVELRY ATIO T1] Larovdiny Apafia xout

46,47

0 2AoBoxio

Ot Stoilov et al. *®

CYP1B1 (cytochrome P4501B1) otoug acbeveic GLC3A.

10 1998 avaryvwptoay petadralelg oo yovidto

Ot Akarsou et al. ¥ peketwvrag 1ig 6 owoyéveteg and v Tovpxria oTig
omoleg dev evtoniotue ovoyéton ot 0éon GLC3A, pall pe diieg 2
ooyeveleg, avayvwploay 1o devtepo tono GLC3B yw 1o X1 oty neptoym
1p36. Qo1600 1 AvaUyVEOELEY TOL TOTOL ALTOL KYPoEOLOE TI¢ 4 and TI¢ 8
oroyeveleg mov peretninray. I'oe 10 AOYO aLTO Ol GLYYEAPELS GLUTEQAIVOLY

OTL TEETEL VX LTIAEYEL TOLAXYLIOTOV AXOWY] EVag YoviSlanog Tomog o o 21
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Ilivaxag 3: Zvyyevr) yravrdpara

Hhutor
Tomog YAALUOUATOG Lovidio Evtomon | MetafBifaon euc&;g’cw)ong
e
IMowtonabeg ouyyeveg A ;
: LTOCWMUINN
' YAAORWP CYP1B1 2p21 DTTOAELTIOUEVY| <3
(Bovygbopog) GLC3A
Howtonabeg ovyyeveg Aev Avtocwpnn
yhabroue avoryvwploTpe 1p36 UTTOAEITOUEVY =

(Bodyboipog) GLC3B
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AEYTEPOITA®H I'AAYKQMATA

Awxtaporyec e avantuéng tov opbakpol eyovy ooy aTOTEAEGHA TNV
avamtuéy devtepomablong yhavnwuatos. Ileptotaoiona, petadhaetg yovidiwy
elvort SuVATOY Vo ETLEEOLY GTY] YPUOLOAOYIXY] AVATTLEY TOL OYHaAUOD, OTwg Kot
otV avantuéy dAAWY toTwy. To yhavuopata mov cuvNbwg aTaUVTOLY OTIC
NATAOTAOELS AVTEG, TULEXTYQOLVTAL ETX 7] EMULTEOCHETA Phe AAAEG HALVINEG
enONAWOELG.

To yovidto PAX-06 éyet evoyomowmbel oe Stapopeg opbakpineg
Srataparyég ovunephapuBavopévey g aviptdiag ', Peters anomaly™, ADK
(Autosomal Dominant Keratitis)®', cuyyeveig xatoappdnteg pe odrun
eLLPGVIGY SVOTEOYIAG XEEUTOEISOLS .

Metadlayég Tov yovidiov FKHL7 oty neptoyn 6p25 éyouv
evoyomowmBei yia tv avopahio Axenfeld — Rieger (ARA) %,

Tehog, petadhayeg Tou yowdiov PITX2 ot neptoyn 4q25, eyouvv
evoyomofei oto Axenfeld — Rieger syndrome typel®', xou otny
Lotdoywvioduoyeveaia throv 27,

H nlunio eppaviong, o 100mog #ANEovounottag, 1o urebbuvo yovidto
not v meploy yix xabeva amd Toug Thmoug Twv devtepomany YARLLWUATWY

TEQLYQRPETAL OTOV Tiivana 4.
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Tomog yhavxwpotog
Aniridia

Peter's anomaly (some
cases)

Autosomal dominant
keratitis

Axenfeld-Rieger
anomaly (ARA)

Iridogoniodysgenessis

type 1 (IRID1)

Axenfeld-Rieger
syndrome type 1

(RIEG1)

Iridogoniodysgenesis

type 2 (IRID2)

Axenfeld-Rieger
syndrome type 2
(RIEG)

Pigment dispersion
syndrome (PDS)
Pigment dispersion
syndrome (PDS)

Pseudoexfoliation of the
lens

Pseudoexfoliation of the
lens

T'ovidio

PAX-6

PAX-6

PAX-6

FKHL7

Aev

avoryvwplotnxe

PITX2

PITX2

Aey
avoyvwpiolnue

Aey
avoyvwpiolnue

Aey
avaryvewpiotnxe

Aev

avoyvwpiotnue

Iivoxag 4: Aevreporatij I davrdpara

Evtomon

11p13

11p13

11p13

6p25

6p25

4q25

4925

13q14

7q35-q36

18qll-q21

2pl6

Mitoyov-
Soton

MetaBiBaon

Avtoowuixo
ETLUQATOLY

Avtocwpind
ETUNQOTOVY

Avtoowuno
ETUNQOTOVY

AvTtoowuno
EMAQUTOVY

Avtoowuixo
EMAQUTOVY

Avtocwuno
ETNQOTOVY

Avtooouno
ETNQUTOVY

Avtoowpind
ETNQUTOVY

Avtocound
ETUNOATOVY

Avtocwixo
EMHQATOVY

Avtocwpind
ETNQOTOVY

Matrilineal

Hhrio
EQQAVIONG
(Em)

<40
<40
<40
<40
<15
<40
<15

<20

<40

<40

>40

>40
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5. H MYOZXZIAINH KAI TO I'ONIAIO THX (MYOCILIN, MYOC)

Tevina

H Mvoothivn eivar o exnptvopevn 55-57 kDa yivxonpwteivy nov
oynpoctilet dtpeen) ot ToAvpueE. To yoapontnotoTnd Sopnd ™G hoTiBo
nepthapBavouy pia teploy ) mov potdlet pe ) Mvooivy (myocin-like
domain), pie meELoyy mov axoiovlel 10 LOVTELO TOL «PEEPOLAE TNG
Aevnivnos (leucine zipper region) xot pLo TeELOY TOL LOL&LEL pe TNV
Tpwteivy olfactomedin (olfactomedin domain)®'. Ot nepiocdTepeg and T
etohhayeg (méve amd 1o 90%)% mov éyouvy tawtonomBel oe acheveig pe
[II'AT" Bptoxnovtar 6tV TepLoyy mov potalet pe v Tewteivy olfactomedin,
7] oMol VUL LEUETA HOLVY| AVEUESK GT SLdpoEa eldN TOL LwnoL Baactieiov.

Ot petadrayég oo MYOC yovidiov mov nwdirornotet v Mvootiivy
TEOUXAODY OPLOPEVES OEYES veavnob (Juvenile) xat Oiung eppdviong
[1T°AT.

2tov opOadpo,  Muoothivy exppdletat oe ReYAA TOGOTNTX GTO
yoviound dwtuwtod (trabecular meshwork, TM), 10 oxAnE0, T0 axTVOTO COM
1oL TNV LOLOA KoL O AEUETA YOXUNAOTERY] TOGOTNTA GTOV AUPLBANCTOOELDY]
7oL TNV *EPAAY] TOL OTTIXODL vevpov. Exxpivopevy) Muootdivy etvar txpovox
0710 LOTOELSES LYEO. 210 TM, 11 Muvoothivy Bploxetat péox oto
AVTTHEOTAUGIX TWV UVTTAEWY ToL TM %ot 6TNV Teptoy yoew and To0
owAnvae Tov Schlemm (juxtacanalicular region) oe cuvSLAGUO pe vwdT
efonvttaouor LA’

By’ 6cov ot acbeveig Tov wepouvy petarlayeég ¢ Mvoaothivng
evdéyetat v eyovv vdnrég EOTT, éyet Siepevvnbet o poAog ¢ Muoaothivng
OT1V EXEOTY] TOL LAATOELGOLG LYEOL xat eyouy ekaybel apneta
aAnrocvyrpovopeva cvpmepaopata. H avacvvdvaopevny Muoaotdivy avgavet

TNV AVTIOTAOY] EXQOTG TOL LOKTOELBOLG LYPOL GE TELQUUXTIUX LOVTEAX, EVE 7]
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LTEE-EnPEXGY T1C MUOGIAIVNG HETA XTIO UETAPOQEG YOVIOIWY UE LOVG PaiveTal
VO UELWVEL TNV AVTIOTRGY] EXEONG. 2T #0TTEx ToL TM, 1 énpoaom ™g
Mvoothivng endryetat peta and Bepanela pe de€apuebaldvr, oe yoovo
QVTLOTOLYO e XLTOV TTOL aTatTelTaL Yo Vo TxEaTren el To nopTlovino
yAoOrwpo. AMOL THEAYOVTEG TTOL EMAYOLY TNV EnpEacy) ¢ Muoothivng eiva
o avéntinog napayovtag B (growth factor-beta) o v wnyovinn tevoon
(mechanical stretch) ',

[Tovtinta pe otoyevpevy dStoanony (targeted disruption) tov yovidiov
™¢ Mvoathivng 8ev eppavilouy QatvoTuTo, yeyovog mouv Setyvet OTL O
YAXUAHWPATIHOG PaVOTLTIOG 6TOLG avblpwnoug Sev eivat amoTEAeoUA T™NG
amAELAG TG AetTovEYyiag ™ Muoaotdivne. Tetpapatinég peréteg Seiyvouy Ot
7 peToeAAaypevy] Muoothivy dev exuplvetat, *AAa eppavileTol Voo GLOCWEEDETAL
uéoa 010 uhTTAEN. Miar TETOL GLOGWEELGY] UTOEEL Vo eTnEEAlEL 7]
Aettovpyta Tou TM %o voe 087yel o8 EAXTTWUATINY] AVTIOTAGT] EXQONG, XA
UEYOL OTLYUNG OEV LTIAEYOLY TELRAUATING BEGOUEVX TOL VX ATOSELLVDOLY
aut ™V vrobeor. Ent mAéov 7 puotokoyinn Aettovpyia ¢ Mvoaotiivng etva

ev ToALOLG adUn adtevxpivio °
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Aop] tov yovidiov g Mvoaotiivng

O Fingert et al. (1998)”, ue genomic avdivon axolovbiog
naboptoay 0Tt 10 yovidto g Muoaotdivyg anotekeitat amo Tola c€OVia TwY
604, 126 nor 782 bp. Ieptéyet b0 nbpteg opdLoYeg TeQLOYES , pio TEQLOYT|
7oL PLOLGLEL UE TY] LLOCLVY] %L YEQEL ALULLVO-TEMMO AUQO oL [AloL TEQLOYT] TTOL
potdlet pe ™V mpwteivy olfactomedin xot pépet napBoév-telnd axo.
Kwdwomnotet éva molvmentidto 504 aptvolewy nat 1 mAstodnpia Twy
UETAAAXYWY TOL BOIOKOVTAL CUYXEVTOWIEVES BTNV OULOAOYY| E TNV TEWTEIVY]

olfactomedin neptoym tov 1EiTOL €€OViov.

H Mvoothivn exyppaletal 6TOUG TEQLGGOTEQOLS LGTOLS TOL OYHAAUOL,
1oL TEGL TG TOAVXELOUES AVEQUTVEDOLES UETOXARXYES KAl TIG UETXAAXYEC TTOL
TEOUXAOLY TEWLY ANEN TG TpwTeivocLvbeang ™¢ Muoaotiivie. H
XTAOXVETAEHELX TN TEWTEIVYS )¢ Muoothivng €yet amorkelotel wg o
TEWTELWY YOGOYOVOS pnyaviopos.. Emtmiéov eivar evdiapépov ot o TTI'AT
dev emayetat pe TV aLénom N Uelwo?r], YeVeTua, g exppaons ™s Mvoactiivng
«oryelov TOTOLY (PLOLOAOYINT TEWTEIVY)).

Ot Kanagavalli et al., 1o 2003 mpodtetvay éva mibovd Sopind povtého

i T MOGIAVY TO OTOLO YUEVETAL GTO TUEAKAT® TYNha *:



Signal peptide ( 1-33)

C- term region ( 181.504 )

Zynue 1: 'Eva mbavd ouxd poviédo yia m Mvoadivy'>

A: ta dsvtepevovta doprd atotyeia Tov povtédov Elvar yowuatausva wg axoAoifwg:
Ehna wonwvy, f-alvaioa xitowo, orpopsc urhs, xar tyaia orelpa mpdowo. To auwo-
teMno nar napPfolv-tehind dxpo onusivovrar entons. H auwo-tehinr wepioyr) xet
Atydrepa dound orotyeta nat 1 napfolv-tehins) weptoyn sivar mo ovurayrs. H paxpd
Ehna pumpoord ano v xagPov-TeMni) mEQLOYY ElvaL 1) TEPLOYT] TOV OTELPOELOOVS
oTEPAUaTog.

B: paivovrar 660 xalstec dipeig tov povrghov rrjpwang yioov Corey—Panling—
Koltun (CPK). H 90° oxtinsj ywvia eivar oa va fAénovue to povrédo mov paivetar
oto aynua A roralovrag miow ano 1y oeAida. Ot didpopes mepioyés tov uopiov e
Mooaihivyc nabi¢ xar meproyés mov ayetiloviar ue Merallayéc paivovrar ps

otapopetind yowuara oto gyrnua B.
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Xaptoyodpnon

Ot Abderrahim et al. (1998)** yonoiponotviag interspecific
backcross analysis yaptoypapnoav to TIGR yovidio tov novtixob oto
yowuoowpa 1 oe pa meptoyn oporoyn g avbowmvng 1q23-q24.

Ot Kubota et al. (1997) ® evtéomoav to MYOC yovidio 611 Béom
1923-q24 otov avbpwno.

Ot Michels-Rautenstrauss et al. (1998) °° napovsicoav ™

yoptoyoagnon tou yowdiov TIGR oto yowuoowpua 1q24.3-q25.2.

Cloning, Iotoguxy avadoopm

Ot Escribano et al. (1995)“, anopdvwoay cDNA xhovouvg and
OLYXENQLULEVA UVTTHOA ATO TO AATIVWTO COUX TOL OYHAAUOD, Evay LGTO TTOL
etvat tebBuvog yl TNV EnxELor ToL LAATOELG0LE LYEODL xat Yo Ty EOTT.

Ot Stone et al. (1997) 7 umédetfoy OTL dvag amd awtode Toue cDNA
nhwvoug mouv xwdtronotel v mpwteivy TIGR (trabecular meshwork-
induced glucocorticoid response protein), yoxptoypogeitat ato 1q, exct 6mov
elye yaptoypoynbet not 1 yovdrauy) Oéan yo ) veavinr| (juvenile) popgyn touv
yAavropatog avontig ywviag (GLC1A; 137750). To yovidto TIGR etvor éva
nolunentidto 497 apvoew.

O Fingert et al. (1998)% ¢8etéav yonorponotwvrag Northern blot

analysis 01t 1 MYOC expoaletat we éva avtiyoxpo peyéboug 2.3-kb oyt

ovo oe Soueg 10V 0YBaAUOL aAAX eTtioNg OTNY %xESLY, TOLS OUEAETINODG

UOEC, T0 atopayo, 10 Bupeoeldn, ™V Tpayela, TO HLEAD TwWV 0oTwY, T0 Bbuo

xSEVa, TOV TROCTATY], TO AETTO EVIEQO %Al TO ToYD, XL UE YAUNAOTEQY

EXQOTY) GTOLC TIVELOVEC, TO TAYXQEAS, TOLS OQYELS, TS wobnxee, To vwTiaio

poeAo, toug Aeppadéve ot ta emtvewpidie. H MYOC AEN exypaletot otov

EYMEPUAO, TOV TAXAOLVTA, TO CLUWTL, TOLG VEPEOUGS, TO GTATVY AL OTX

AeuxoULTTHO.
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5A. TNQETEX METAAAATEXZ TOY I'ONIAIOY THX

Location Amino Acid Change

Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A

Promoter N/A
Promoter N/A
Promoter N/A
Promoter N/A
Exon1 Phe4Ser
Exon1l Cys9Ser
Exonl Glyl2Arg
Exon1l Prol3Pro
Exon1 Prol6Leu
Exon1 Alal7Ser
Exon1 Vall8Leu
Exon1 Cys25Serfs*65
Exon1 GIn19His
Exon1 Cys25Arg
Exon1l Arg46X
Exon1 GIn48His

MYOZIAINHZX®

Nucleotide Change

-2084g>t
-1770g>a
-1760ins_a
-1422g>t
-1378ins_t
-1340del_a
-1333g>a
-1081a>g
-1000c>g
-700_699ins
-467gt>ca
-387¢c>t
-339¢t11-19
-315g>a
-306g>a
-255t>c¢
-224t>c¢
-190g>t
-153t>c¢
-127t>c¢
-126t>c¢
-83g>a
-78t>g
-77g>a
-18c>t
-8c>t
11T>C
26G>C
34G>C
Not Specified
47C>T
49G>T
52G>T
56_72dup
57G>T
73T>C
136C>T
144G>T

Glaucoma Causing

Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Uncertain pathogenicity
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism

48

Glaucoma causing mutation

Neutral polymorphism

Glaucoma causing mutation

Neutral polymorphism
Uncertain pathogenicity



49

Location Amino Acid Change Nucleotide Change

Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Exon 1
Intron 1
Intron 1
Intron 1
Exon 2
Exon 2
Exon 2
Exon 2
Exon 2
Exon 2
Exon 2
Intron 2
Intron 2
Intron 2

Intron 2

Val53Ala
Ser55Thr
Asn57Asp
Ser69Ser
Val70Val
Asn73Ser
Arg76Lys
Asp77Glu
Arg82Cys
Arg82His
Tht88Thr
Arg91X
Leu95Pro
Glu96Glu
Gln118Leu
Gly122Gly
Argl26Trp
Argl28Arg
Tht123Thr
GIn134Gln
Thr1351le
Argl158GIn
Leul59Leu
Glul62dup
Leul66Lleu
Argl68Arg
Leul80Leu
Argl189Gln
N/A

N/A

N/A
Ser203Phe
Thr204Met
Thr204Thr
Asp208Glu
Leu215Pro
Lys216Lys
Tht243Thr
N/A

N/A

N/A

N/A

158T>C
164G>C
169A>G
Not Specified
210C>T
218A>G
227G>A
Not Specified
244C>T
245G>A
Not Specified
271C>T
284T>C
288G>A
353A>T
366C>T
376C>T
384G>C
396C>T
402A>G
404C>T
473G>A
Not Specified
484_486dup
502G>C
504G>A
Not Specified
566G>A
604+14g>a
604+16g>t
604+19g>c
608C>T
611C>T

Not Specified
624C>G
644T>C
648G>A
Not Specified
730+35a>g
730+73c>t
730+172¢c>a
730+3a>g

Glaucoma Causing
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Glaucoma causing mutation
Neutral polymorphism
Neutral polymorphism
Glaucoma causing mutation
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Glaucoma causing mutation
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Uncertain pathogenicity
Neutral polymorphism
Glaucoma causing mutation
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism



Location Amino Acid Change Nucleotide Change

Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3

Val251Ala
Gly244Val
Cys245Tyr
Gly246Arg
Asp247X
Gly252Arg
Thr256Met
Ala260Ala
Glu261Lys
Lys266Lys
Arg272Gly
Pro274Arg
Thr285Met
Thr285Thr
Trp286Arg
11e2881le
Thr290Ala
Thr293Lys
Glu300Lys
Asp302Asp
Tle3041le
GIn309GlIn
Ser313Phe
Leu318Leu
Glu323Lys
Thr325Thr
Val329Met
Val329Val
Ser331Thr
Ser331Ser
GIn337Glu
GIn337Arg
Arg342Lys
Tle345Met
Tyr347Tyr
Tyr347X
Thr351Thr
Glu352Lys
Tht3531le
Ille360Asn
Pro361Ser
Ala363Thr

731G>C
731G>T
734G>A
736G>A
739G>T
754G>A
767C>T
780A>G
781G>A
798G>A
814C>G
821C>G
854C>T
855G>T
856T>C
864C>T
868A>G
878C>A
898G>A
906G>T

Not Specified
927G>A
938C>T

Not Specified
967G>A
Not Specified
985G>A
Not Specified
991T>A

Not Specified
1009C>G
1010A>G
1025G>A
1035A>G
10411T>C
1041T>G
Not Specified
1054G>A
1058C>T
1079T>A
1081C>T
1087G>A
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Glaucoma Causing
Glaucoma causing mutation
Neutral polymorphism
Glaucoma causing mutation
Glaucoma causing mutation
Neutral polymorphism
Glaucoma causing mutation
Neutral polymorphism
Neutral polymorphism
Glaucoma causing mutation
Neutral polymorphism
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Neutral polymorphism
Glaucoma causing mutation
Neutral polymorphism
Neutral polymorphism
Glaucoma causing mutation
Glaucoma causing mutation
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Glaucoma causing mutation
Neutral polymorphism
Glaucoma causing mutation
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Uncertain pathogenicity
Neutral polymorphism
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Neutral polymorphism
Glaucoma causing mutation
Neutral polymorphism
Uncertain pathogenicity
Uncertain pathogenicity
Glaucoma causing mutation
Glaucoma causing mutation

Glaucoma causing mutation
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Location Amino Acid Change Nucleotide Change

Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3

Gly364Val 1091G>T
Gly367Arg 1099G>C
Gly367Arg 1099G>A
GIn368X 1102C>T
Phe3691.eu 1105T>C
Pro370Leu 1109C>T
Pro370Pro 1110G>A
Thr353Lys 1118G>A
Thr377Met 1130C>T
Thr377Thr Not Specified
Asp380Gly 1138G>C
Asp380His 1138G>C
Asp380Asn 1138G>A
Asp380Ala 1139A>C
His367_Ser504delins138 1100_1103delinsT
Ser393Asn 1178G>A
Ser393Arg Not Specified
Thr394Thr 1182C>T
Glu396dup 1186_1188dup
Glu396Glu 1188G>A
Lys398Arg 1193A>G
Gly399Asp 1196G>A
Gly399Val 1196G>T
Val402Ile 1204G>A
Leu403Leu 1209C>T
Glu414Lys 1240G>A
Arg422Cys 1264C>T
Arg422His 1265G>A
Lys423Glu 1267A>G
Ser425Pro 1273T>C
Ser425X 1274C>G
Val426Phe 1276G>T
Ala427Thr 1279G>A
Cys433Arg 1297T>C
Gly434Ser 1300G>A
Gly434Gly 1303C>T
Tyr437His 1309T>C
Thr4381le 1313C>T
Thr438Thr Not Specified
Val439Val Not Specified
Ala445Val 1334C>T
Thr448Pro 1342A>C

Glaucoma Causing
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Neutral polymorphism
Glaucoma causing mutation
Glaucoma causing mutation
Neutral polymorphism
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Neutral polymorphism
Glaucoma causing mutation
Neutral polymorphism
Neutral polymorphism
Glaucoma causing mutation
Glaucoma causing mutation
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Glaucoma causing mutation
Glaucoma causing mutation
Neutral polymorphism
Neutral polymorphism
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Neutral polymorphism
Glaucoma causing mutation
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Glaucoma causing mutation

Glaucoma causing mutation



Location Amino Acid Change

Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3
Exon 3

Asn450Asp
Tyr453del
Gly458Asp
Ile465Met
Arg470Cys
Arg470His
Tyr471Cys
Tyr473Cys
1le477Asn
1le477Ser
Asn480Lys
Pro481Ser
Pro481Thr
Pro481Leu
Pro481Arg
Glu483X
Ala488Ala
Val4951le
11e499Phe
11e499Ser
Lys500Arg
Ser502Pro
N/A

N/A

N/A
1544ins489X

1924.3_1q31.2del
1q23_1q25del

Nucleotide Change

1348A>G
1357delT
1373G>A
1395C>G
1408C>T
1409G>A
1412A>G
1418A>G
1430T>A
1430T>G
1440C>A
1441C>T
1441C>A
1442C>T
1442C>G
1447G>T
1464C>T
1483G>A
1495A>T
1496T>G
1499A>G
1504T>C
*20a>¢g
*T73¢>c
*291a>g
1544insC
N/A
N/A
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Glaucoma Causing
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Neutral polymorphism
Glaucoma causing mutation
Neutral polymorphism
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Glaucoma causing mutation
Neutral polymorphism
Neutral polymorphism
Glaucoma causing mutation
Glaucoma causing mutation
Neutral polymorphism
Glaucoma causing mutation
Neutral polymorphism
Neutral polymorphism
Neutral polymorphism
Glaucoma causing mutation
Uncertain pathogenicity
Neutral polymorphism

Iivoxag 5: I'vworéc Metaldayéc tov yovidiov ¢ Muvoakivye

Ta ovopata v petadhoywy eyovy dobel odpypwva pe o Human Genome

Nomenclature Working Group: (Hum Mutat 11:1-3, 1998; Hum Mutat

15:7-12, 2000; Hum Mutat 22:181-182, 2003).
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Ilivaxag 6: xardraly voooydvawy Metaldayaw ue Pdoy tov wro tovg

Mutation type Proportion of identified mutations
[Topeppnvedorpn petadhoym _______________________________
(Missense mutation) 86.1%
Avepunvevotun pgwMocyﬁ 5.6
(Nonsense mutation)

Small deletion (<21bp) 11.4%
Small indel (<21bp) B2.8%
Small insertion (<21bp) W4.2%
Repeat expansion 0%
Complex rearrangement o
including inversions 0%
Gross deletion (>20bp) 0%
Gross insertion and duplication 0%
(>20bp)

Splicing mutation 0%
Regulatory mutation 0%
Non-coding region deletion 0%
Non-coding region insertion 0%
Non-coding region nucleotide
substitution 0%
Other 0%

[Iny7 tov avwtépw mivoxra: http://www.myocilin.com/summarystats.php
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6. H THR377MET METAAAATH TOY I'ONIAIOY THX
MYOZXZIAINHZXZ

MetaAAayeg Touv yovidiov g MvoactAivyg, Tov NTay 10 TEWTO Yovidlo
nov Beebnre vredbuvo yix npouinom III'AL, éyouvv Boebet oo 4% mepinov
twv aoBevey pe TITATY,

[Taynooping, 1 Thr377Met petadioayy tov yovidiov ¢ Muoactiivng
VOl Lot ALTTO TLG GLYVOTEQX EVOYOTIOLOLUEVEG Yot TEOXAN Y] TTI'AT™ nou éyet
Boebet oe mAnbuopoie névte drapopetinwy Hrelpwv. H petaddoyrn avty eyet
Boebel oe 1é00epLC OWOYEVELES TTOL HATOKOLY OTNY ALGTEXALX, G GO
owoyeveteg otig HITA, not and puo oweoyévela oty EAdada, v TToowny
IMovyrooiaBinn Anpoxpatio tng Maxedoviog (FYROM), tyv Ivdia, ™
Dvhavdio ot 10 Mapduo® . H Thr377Met uetadhayy Boioxeta péou
oty uxpBogu-telunn TepLoyy Tov yovtdiov xat xabotd adtahvTy TNV
mowteivn. Av xou avti 7 tdlaitepa Stetadutin petoadhayy eppoviletar vo
elvarl ETLEUG Yo Vor TOOUXAECEL TV aobévela, oTotyeio Tov LTTooTyELLoLY TNV
yovidto Tog yovidio adinienidpacr) oto ITI'AT odrpng eppaviong éyouy
Teprypayel oe o BAAMny] ooyéveta mou pépet auty) v maoodkayn .

Toewc Sxpopetinol amhdTLTOL TOL oyetilovtar pe v Thr377Met
uetaddoryn eyouvv Bpebel ava Tov ®OGPO PEYEL OTLYUNG, YEYOVOS TOL
LTOBEUVOEL OTL 7] GUYXENQLLEVY] HETUAAXYY €YEl ToOUDEL TEEIG ave€apTNTES
petaéd Toug Yopéc oto mapedlov. Méyot ottyug emiong, oAot ot 'EAlnveg
7ov pegovy v Thr377Met petadloyy €0vY TOV (510 ATAOTLTIO, TEUYMUL
7oL LTLOSEVLEL TNV LTTEEY EVOG %OotVOL TTEOYOVOL (common founder)
yow 0T T petodhoyn’,

Meéhn prag EAAnvinng owoyévetag mov épepay xat v Thr377Met
petadhory? Tov yovidiov g MuootAivrg not evay amAOTuTo oL oyeTileTal Ye
v GLC1C 6éon, eppavioay peyardtepns Bapvtnrag acbeéveta, and Ot peéin

' ' ] v 7
OLUOYEVEL®DV TTOL ElYXY LOVO T7] tia TRy~ .
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Davotorog T377M petadrayng oo MYOC

I'evina, atopa e v Thr377Met petadAay?r) Tov yovidiov g
MvoaotAivng eppavilovy vooo evdtaueong Bapdtntag, pue toug acbevelg Tumnd
Vo SLoyLyVWorOVTAL OTIG AEYES TNG TEUTTYG denaetiog ™G Lwng Toug
(otaBpiopevog pecog OO NAKING 017 SLAYVWOT] TWV UEAWDY TWY
TEQLYQUPEVTWY Owoyevelwy = 41,4 ). Avtn elvon veapOTeE NAttio amtd
ot mov ouvnBug Staytyvwoxovtat ot acbeveic Tov epovv ™ GIln368Stop
UETAAAXYY], AALX UATIWG TILO UEYAAT] NAia aO aobevelc oL PEQOLY AAAEG
petoaAkoyeg ™ Muoaothivng, omwg 1 Pro370Leu, mouv yevind Stayryvooretot
epinov oty nhxia tov 15 etov™ 7%, Acbeveig pe ty Thr377Met petadhoyn
TELVOLY VO €YOLY HEVIOTY] KaTayeYQakpUeVY] evdopbdiua niearn (EOIT) ydow
ota 30 mmHg, yaunAdtepn and autn TOL TEQLYORYPETAL GE UETXARAYES TOL
TEOXAAOLY veavino yAaunwpa (0nwg 1 Pro370Leu), not yevind vdniotepn

am6 auth) mov Teptyedyetar oty Gln368Stop petoadhoyy .
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EIAIKO MEPOX



YKOITOX THX MEAETHZX

No mpocdiopiotel o poAog tov yowtdiov ™¢ Mvoothivig (pe ™V
oviyvevan ¢  T377M  petoaddayng ovtov) oto  [lpwtomabég
TMadnowpa Avortig Twviag (Ogung eppdviong) oty meptoyn g
Hrelpov. Emnlong va mpoadloplotel natd OGOV LRAQYEL PALVOTLTOC
touv [IIAI" mov oyetiletar pe ™V THEOLGIX TNG UETAAAXYNG KoL oLV
eivat duvatov vae TpoPrepbet 1 e€eMén tov TII'ALT now 1 mogeta g
vOGOL GTOVG POPELC.

No yivet ovpBovlevtinyn mapeuBacy, @' ocov vrnapouvv Betina

OElYHOTX G TEOG TNV WG VW HUETAAAXYT], TOGO GTOLG TACYOVTEG

000 1L OTIC OWMOYEVELEG XL TO UEAY] AUTOV PE OXOTO TNV OGO TLO

EY1LOY] OLAYVWOY] KAl XTOTEAECUATINT AVTLLETOTILGY] TG VOGOU.
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YAIKO KAI ME®OAOI

Xy mapovoa Wekétr ovpmepingbnnay  acbevelig pe TITADL pe
nataywy? ano v Hrepo, nabwg nout atopa, enlong ano v dtx neployn,
nov Sev énaoyayv ano TTI'ATY, pdoetvpeg (controls). Ov acheveig pe TTIAT
nabwg uat oL uaETLEES e€eTATTNNAY:

«) ot Vo Nocoropeia Twv Iwavvivewy:

* Tlavemomuand Noocoxopeio  Iwawivwy —  Tlavemotnpionn
OgBaiporoyinn Ky — Tpnuoa Ihaevropatog, xoat 670

* T'evind Noooxopeto Iwavivev “T". Xatlnrwota” — BEfwtepwa

Tarpetoa Opbaiporoyung Kivinne.
B) omv owmla toug (nepog Twv eéetacewv) pe ™ Ponbewx ootV
o@OUALOAOYIHWY  PUNYaVaTwY. ALTEC NTay €nl TO TAEIOTOV TEQLATROOELS
LTEENAMAWY ATOUWY LE YVWOTO OUOYEVELAHXO LOTOPUO YARVXWUATOG, T OTOLX
Nty advvato vor petoxtvnovy oo ToeEamave uEVTex Yoo eéetact) uot Angm
xlpoTOC.

>e ohoug toug 200 acbeveig pe TII'AT™ ot omoior maparorovbovvtat
Toutind ot dvo Noooxopela, petafd Anpiiiov 2005 xor Iavovapiov 20006,
mmbnre va ovppetdoyovy oty épevva. Amo avutovg 94 Edwoav T
ovyratdfeon Toug nat Toug éywve AN alpatog Yoo yevetno éheyyo. Ot 106
xobeveic mov dev edwoav 11 ovynxtabeot Toug yla Angn alpatog nat YeveTno
eheyyo elyav TTTAT g i8rag Bapvnrag (wéytotn EOIT, ¢/d ratio, Ontind
[Tedior) st 1 eBvind™TA TOLE, N MMMl SLAYVWONG %Al 1] NAKLK HAT TNV
elétaon taptalovy pe TG avtiotoryeg g opadag Twv acbevov mou
goevvnnre. T SLO TUEATAVL VOCOUOUELX ONUEIWTEOY OTL NAADTTOLY WG
TEOG TO YAXLXWULX OAOUAYEY TNV TepLoy ] ¢ Hrelpov.

Acbeveic pe dAAOLC TOTOLC YOOVIOL YAAVXOUXTOC AVOLYTNG Ywviag (T.Y.

YAXOKWPL YAUNANG Tiiean)g) %ot SeuTeEOTodN YARLKWUATH AVOLYTNG YWVING

OTWG PeudoATOPOMOWTING YAUDKWULL, YOWOTIUO YAXDUWUX, UETATOAVUATINO
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YAXOAWOL, UETAPAEYUOVWOES YAXLUKWUL (LETA QAYOELOLTION), VEOXYYELAUO

YAXOA WL, PAUOADTIUO YAADUWUX, GTEQOELSINO YAADAWULY XTOUAELTTNUXY XTO

T UEAETY).

Ano g 94 nepumtwoeic pe TIIMAL' mov perembnnav, o 80 nrav

omopadweg xat ot 14 elyav yvwoTO OWOYEVELAUO LGTOQWUO YAXVAWUATOC, TO

omoto emPBeBatmdnue pe v xhviny e€ETaon TWY HEAWY TWY OLOYEVEL®Y TOVC.

[TepteAngbnoov eniong otV THEOLOX WUEAETY] HEAN WIXG HEYAANG
owoyevelag ano 11 Xpvoofiton to omola eiyav Bpebel oe wa mponyoduevn
werétn [Kitsos et al., 2001]” v éyouvy to GLC1C armhotono. Méin g iStag
omoyevelng Bpebnue oe petayeveéotepr) WeAétn va éyouvv xot v T377M
puetodhayn ™c Mvoothivng oe 18laiTteQa UEYAAO TOCOGTO HeTAED TOLG
[Petersen et al, 2006]”. Tuvolxd 66 and to 73 uéhn g ev AOYw ooyevetag
Nty Swbéotpor  yo  e€étaon oty mapovow  peAeTr. Emnl  mAgov

ovunepteMybnoay 4 onopadweés mepumtwoele acbevov pe TIINALT xar 4

uaQTLEeC amod 11 XpuooBitox Ot OTOLOL BEV €YOLY AWK GUYYEVELX HE TNV
TUQXTAV® OMOYEVELX XL OL OTOLOL TEOCUETENONKAY OTIC AVTIOTOLYEC ORGOES
(0TOPABIUEC TEQITMTWOELS - AOTVOEQ).

H emloyn twv un moaoyoviwy and yladxwpa (MaoTueeg) €ytve anod
toug Hretpwteg aobeveic mov etonybnoay petald tov Ampthiov 2005 xot tov
Tavovaptov 2006 oto «I'.N.I. I'. Xat{nuwoton, T0G ey)ELO0Y] ®XTXOQUNKTY].
Ot acbeveig awtol mpottunBnuay twy ebeloviwy atpodotwy (tov elye aEyma
oyedxatel va mepAn@bouy), nabwg To NAntand ToLg TEOYIA clvat THEOUOLO
UE XLTO TWV TACYOVIWY ATO YAADUWUX. 2E XVTH] TNV NAKIX TO YAAOUWUX EYEL
10N ERPAVELS HALVIEG EXDONAWOELS GTY] CLUVTOLTTINY| TAELOYN Pl Twv acbevwy
1ot elvort TOAD TLO KGYAATG O XTOUAELGUOG TG vOoou. Avtifleta, oe veapoTepn
Nl 7] VOGOG UToEEL 01 Vo DPLOTATAL AAAK VO SLUOQAUEL UE NTILX XKL
UOUQO TOQELX [LE EVOLAUEDT] UALVINY] ELMOVA.

2uvolnd 124 paptupeg edwoav 11 ovynatablecr) Toug Yl GLUUETOYY

oY HEAETY], e% TwV OTolwy 24 eiyay Pevdoanopordwtnd VMo otov npodchio
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Oochapo, oe évav 7 uot otovg VO opbaApovg oAkd dev emacyav Amd
yAabnopa. Ot natnyopleg Twv atopwy Tov mepteAngbnoay ot pekétn xat o

avtiotoryog aplfuog tovg ouvodilovtat oTov anodiovbo mivoa:

Zrnogudwés | Kingovouxo = Owoyévetr | XZmogudueés = Magtugsg | Magtusg

TIEQITITOOELG IITAT/ (%170) TIEQITITWOELG (%100) (woig
pe ITTAT obvoho XovooBitoa = IITAT ano | XguvooPitoa | IIT'AT)
/obvoro IITAT (c€etaobévia | XovooBiton / obvoro
IITAT uély / / obvolro Muptdowy
GLYOMHA OTOQUOIXMV
HEAN) IITAT
80/94 14/94 06/73 4/80 4/124 124

Ilivaxog 7: O¢ xatpyopicc »ar o avtiotoryos apluds twv  atduwv  mwov

zepLeMjpOnoay oty ueAétn

To npwtonorlo ehufe eynplon anod Tig emttponés ¢ latpwng Xyolng
tov ITavemotmuiov Iwavvivev, ™g emtotpoviung emtponng tov NI «'.
Xat{nuwotoa», nat 100 Emtempovinod 2Zvpoviiov touv Ivotitovtov Yyeiog

tou TTadtod oty Abnve.

Or aobeveig vreBAninoay oe AN AemtopepoLS LoTOEKOD, ATOWIKOD Kot
OL1OYEVELOXOL, nut TEAYPaToTO O Ue TANENG opbalpoloyindg eheyyog mov

neptelapBoave ta g€

1. otovg acleveig pe ITTAT™:

® OVOPATETWYLILO, ETOG YEWWYOMG, POAO, TOTIOG YEVVYONG %Al TOTIOG
NATOMLOC

® ATopnO 1oToewO ( canyoEwdNG StaBnTng, AETNELIXY] LTEQTACY,
napdtonabeteg ayyetonabeteg uhn mabnoeilg) uat owoyevelanod 1otopnd

® Owoyevetanod totopo Yo to [TINAT

¢ Oypboiporoywo avapvnotind (HEQ, xepatosidonabeteg,

payoetditdeg ¥An o@budporoymég mabnoerg)
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e Métpnomn ontnng o€bmrag AO xot AO (ue ta ontotuma Snellen),

e HEétaom twv npoabiwy popliwv pe ™ oytopoetdr Auyvia (Anoxketopodg
DT EENG GLYSEOUOL PeLdoaTOYOMSIWETQ)

e Meétprnomn g evdoylatpoag mieong AO xot AO pe npoopatng
NAALUTOUOLOUEVO TOVOUETEO emtnedworc Goldmann (Haag Streit AG, Bern,
Switzerland).

¢ ['wvioonomio (pe v etdiny] HaAO YWVIOGKOTLNLC)

e HEétaon ontinawv mediwv (ue 1o nepipetpo tov Humphrey,
npoypapupa 24-2) (Humphrey Inc., San Leandro, California). H
oTadlonolN oY TWY ATOTEAEOUATOY TG Avtopatng teptpetpliog [Eartly
Glaucomatous Loss, Moderate Glaucomatous Loss — (MD moderate
defect otoug mivaneg) ot Advanced Glaucomatous Loss - ( SD, Severe
Defect otoug mivareg)] éywve Baoet g xatdtaéng nate Hodapp, onwg
npoteivetat and v Evpwnainy Etapeio I'havrwpatoc.

® BuBoonomnon pe otepeooronind waxd (Volk Optical Inc., Mentor,
Ohio), pe eppoon oty extipnon tou cup/disc ratio. H meprypaypn g
ontinng OnAng meptehdpBoave: ueyebog Oning, mayog xetloug Tov OnTIHOL
dloxov (rim), eyronég (notch), eni-/nepinialeg aupoppayieg, CDR xdbeto
not 0pOVTIO Mot EXTLUNGY] TNG OTLRAGAG TWV VELEKWY YWY TOL
apptBAnotpoetdoig (diffuse and localized RNFL loss). H pétonor tov
peyeboug g ontung OnAng éytve obppwva pe Tig aEyes ™ Evpwnainng

Eropeiog Ihavnwpatog 88,

Qg Oygbopnn Yreptovia (Ocular Hypertension, OHT) optotnxe
evéoypbaipta mieon =2 21 mmHg, pe ok toe ahhoe xhvina opbadporoyna
ELENPATX EVTOG PUCLOLOYLUOV OPLWV.

To nortnpta yro ) Stdyvwon tov TTIAT éyvay Baoet Twv odnytov ™y

FEupwraixng Broapeiag Thavxdpatog .



63

2. Xe dtopa ov dev maayovy ano IITAT (peetvesg) spappdotnxe

70 1310 ¥MVINO TEWTOUOALO, EUTOG TYG AVTOUXTYG TEQLUETOLAC.

[Topondtw mopatibetar T0 QOAAO Yl TNV AXTOXYQXYPY] TWV AAVIXWY
otolyelwy mov yonotpomotbnue oe OAOLG TOLG GUUUETEYOVTEG OTY] KEAETY),

xobevelc nol LXETLEEG.
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KAINIKO - EPEYNHTIKO ITPQTOKOAAO: “ITPOXAIOPIXMOX TOY
POAOY TOY I'ONIAIOY THX MYOZXZIAINHX XTO IIT'AT' (OYIMHX
EM®ANIXHY) XTHN HIIEIPO”

Huepounvia ocpoAnyiog: No:

Ovopa: ®v)o:

‘Etog yévvnongc: Tomog yévvnong:

Ovopa pntépag: Tomog karokiog:

Ovopa matépa: TnAépwvo:

'E);/-o Lol UNTPIKNG YIoyldic: - Ovopa untpikov TC(XTUI-Z(-)-I;i
Ovopa matpikng yioylag: Ovopa matpikov Tanmtov:

ATOMIKO IXTOPIKO: X2A. AY. KAPAIOITA®EIA
AITEIOITAGEIA

ODPOAAMOAOI'TKO ANAMNHXETIKO:

ITAPOYZA NOXOX

1. Avdyvomon YAQGUKONOTOoG

Eroc: Apywcn EOIL: ‘Evapén Beponeioc:
‘Etog:

ApBuodg popubxmv:

2. ITopeia véoov:
EvdopBdiec méoeig:

Ddoppaxevtikn Oepameio:
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3. Kimpovopukotnra: NAI OXI

Av NAI, avolvtikn meptypaon:

ODPOAAMOAOI'IKH EEETAXH:

OINTIKH OEYTHTA: AQO: AO:

EOII: c/d:

[NTPOXOIA MOPIA:

YA: NAI OXI

T'ONIA: EYPOZX: AO:  AO: XPQXTIKH: AO: AO:

OIITIKA ITTEAIA: AQO:
AOQO:

AIIOTEAEXMA I'ENETIKHX ANAAYXHX (METAAAATH T377M):
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‘Eywve ovloyn tov vixol (Seiypota aipatog, 10cc, oe dompaotinodg
owinves pe EDTA) otic noepandve opadeg atopmy.

H ovihoyn twv Setypudtwv oiphotog €yVE UETX OO EVVIEQWOT] Mot

teAny] ovynatdbflesn twv vnod e€éTaoy] ATORWY TOL CLUMETELYXV OGTNY

gpeuva aLTY. To evnpepwtind Yuiladio nopatifetar apéong TouEaundTw:



67

ENHMEPQZH KAI 2YTKATAOEZH AZOENH A TH
2YMMETOXH TOY ZTO NPQTOKOAAO “MNMPOZAIOPIZMOZ
TOY POAOY TOY 'ONIAIOY THZ MYOZIAINHZ 2TO
NMPQTOMAGEZ INAYKQMA ANOIKTHZ QNIAZ (OWIMHZ
EM®ANIZHZ) ZTHN HIEIPO”

To yAaukwua gival gia xpovia vooog Tou opOaApou Kal
QTTOTEAEI PIa ATTO TIG KUPIOTEPES AITIEG TUPAWONG.

OpeileTal KUpiwg oTNV augnuévn Trieon Tou 0@BAAUOU TTOU
TTPOOOEUTIKA HE TA XPOVIa TTPOKAAEi coBapég BAGREC 0TO OTITIKO
VEUPO KaIl PJEiwon TG 6paong.

H véoog autr av dev TTpoBAc@Bei, diayvwaoOei kal
BepaTtreubei eykaipwg, odnyei oTnv TUPAWOT.

To YAQUKWPA o€ TTOANEG TTEPITITWOEIG KANPOVOUEITAI ATTO
YEVEQ O¢€ yeved. [Na va TTpoBAEYOUNE TTOIOC OTTO TOUG CUYYEVEIC
Ba voonoel oTto JEANOV XpeIdlovTal YEVETIKEC AVAAUCEIG Ol OTTOIEC
yivovTal o€ €CEIOIKEUPEVA KEVTPA E TN OUVEPYATia 0OQOAAUIATPWYV
KAl YEVETIOTWV.

O1 YeVETIKEG QUTEG AVAAUOEIG YivovTal JETA aTTO Afyn
aipartog (10 cc) a1rd Toug aoBeveig Kal TOUG OUYYEVEIG TOUG.

MEpog QUTAG TG HEYAANG TTPOCTIABEIAG ATTOTEAOUV Kl Ol
ylatpoi Tng MNavemmoTnuiakig O@BaAuoAoyikng KAIVIKAG
lwavvivwy Kal o1 CUVEPYATEG TOUG.

@a emBuPoUocauE TNV CUYKATABECT 0ag yia TN Anyn
aigaTog atrd €0AG KAl TOUG OUYYEVEIC 0OG YIA TNV ETTITUXIA TOU TTIO
TTAVW OKOTTOU HOG.

O emPBAETTWY TNG £pEuvag 2UyKaTabeon
eceTalouevou

Kitoog Newpyiog
AvatrA. KaBnyntig O@BaAuoAoyiag
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H anmopdvwon tov DNA xo 1 aviyvevon g petahkayne T377M tov
yowdiov ¢ Muoaothivng éyve oto Epyaotnplo tov Ivonitodtov Yyelag tov
[Todrov, Aevbuven I'evetnng (Aevbuving x. M.B. Petersen). H yevetnn
uelétn moaypatonombnue oe cvvepyaoia pe touvg I'evetioteg xow Broddyoug
tov Epyaotnplov ot pe v enonteio uat xabodnynon tov x. M.B. Petersen.
To Epyxomoeto auto, Omwg mpoovaygepbnue, amotehel eva ex Twv TOLWY
Keévtpwv mov ovppetelyay uol GLUUETEYOLY OTX OLO YEVUXTOSOTOLUEVX

npoypdpupota ano g HITA.

H ysvetinn avadvor nepredapBoave dvo otadiu:

1. anopovwoy] Tov DNA pe ™ pébodo enydhong dhatog (Miller xou
ouv.)

2. aviyvevoy, g petoadrayns T377M tov yowdiov e Muvoothivng pe
™ pébodo PCR, y0nOHOTOIWVTING EVX TOOTOTOLUEVO TEWTOXOALO TOL

Melki et al., 2003 7.
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1. Anopovwon DNA

Meébodoc: I'evopuind DNA amopovwdnre and to Aevnd xbTTa00 TOL

aipatog pe ™ pébodo tov NaCl (Miller et al. 1988). Avty ovviotatar oe:

1) Andn 10 ml aipotog oe owinvapro pe avitnnutuno EDTA. IToostnun 30
ml Steddpatog AMong I 1 dH,O, nra avadevon xat mopapovy otoug 4° C yo
30 min. To dtahvpa Aorng I eivar vrotovind amoxAetoTing yLor T
epvbpondTTHpa TOL pe AT TN Stadinacior LPLOTAVTAUL OTUWTING CON AL
Aovtat. H AMbon toug auty etva Suvatn nat pe ameotaypeévo vepo (dH,0),
OWG TEETEL VX TUEAPELVEL Vit IO TeE0 Yovo Sxotnpe (10 min) pocli
HE Tor uOTTHEO TOL alpatog ant' OTt To StdAvpa Aong I, StoTt eivor Suvartov va
TOONAAECOLPE TANY TwY eELHPONVLTTAPWY XAt ADGY] TWY AELXONVTTAEWY TOL

€)Y0LY LEYAADTEQY] OCPWTINY] AVTOYY).

2) duyoxnévtpnon oug 3.500 tpm ywx 15 min otovg 4° C mpoxetpévon vo
naBildvouy Tt AevronLTTEA Ut OTOLOL TLEYVES eyouv efaybel amo
aLTA. ATOPAHQLYGY] TOL LTEOXEIUEVOD TOL ATOTEAELTAL ATO TOL ADUEVX

epLbponLTTHEX %Al TO TAXCUX TOL KLUATOG.

3) [MpooOnun Eove 15 ml Srekdpatog Aong 1. 'Hme avddevor npoxetpévou
voe AwBoby tuydy epubpondTTapa mov dev AONxay oto 1° atddio.
Duyonévtonon otig 3.500 rpm yrae 15 min. Anopdxeuven Tou vTEEKEIKEVOL

TOL ATOTEAELTAL ATO TaL ADpEVX €PLOHPOUDTTAUEA ML TO TAXGPA TOL ALUATOC.
4) Enavddndr twv npoavaypepbéviwy Brpdtov yua xakbtepo "rabapoiopd"
amo o epubpondTTAON.

5) [Tpocbnun 5 ml Swddpatog Aong 11, avaxivnon péyet v Stakvor tou
{npatog ot mapapovy) oe Beppoxpacia dwpatiov yro 15 min. To Stehvpa
Aong 1T elvat LTOTOVINO YL Tt ASLXOADTTAEN TEOAAAWVTAS ETOL THY ALGY]

TOUC.

6) [Tpocbnun 100 ul mpweivdong K xar 400 X SDS 10%. Endooon otoug 37°
C OAn vhyta 1 otoug 55° C yx 2 h. H mpwteivaon Swwond g npwrteiveg (otny

TEQLTNTWOY] AVTY] TIG LOTOVEG UL TIG [UY] LOTOVEG PE TLG OTIOLEG ELVAL (PUCLOAOYIXA
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deopevpévo 1o DNA) now cvvtedel oty amopaxpuver toug. 'Etot, vmo
™V enidpuoy] Tg TEWTEVAOYG, anodeopevovtat and To uxbapd DNA xot
ev ovveyeto To SDS, mou elvat amodlatantind, TIg HETOVCLWVEL, hE ATOTEAEOUA

TNV NATAKQY|UVLOT] TOLG.

7) Tpocbnun 6 M NaCl xot toyven avaxivior yro 30 sec. Me tov 10670
xLTO ALEAVETAL 7] LOVIXT] Lo DG TOL XLUOADUATOG Mot #aOIoTATAL TILO EQPULTY M)

1ot 300167 TV TEWTEIV®Y %L AOLTOY UETOVCLWUEVWY KEYHAOUOQOLWY.

8) Duyouevtpnon otg 3.500 rpm ye 15 min, ondte nabildvouvy to
UETOVOLWUEVX LEYAAOUOQLA E LOOYT] LLNULATOG, EVK GTO LTEQUELLEVO

Boloxetar Stxhvpuévo oe vdaTnd Stahvpa T0 olxd DNA.

9) Metoupopd TOL LTEEXELLEVOL GE GANO CWATVAELO %KoL PUYOREVTOYOT] OTLG
8.500 rpm yroe 10 min (1 evoahhoantina otig 4.000 rpm yroe 20 min)

TEOUELUEVOL Vo xatOLLAVOLY TUYOY EVOTOUEIVROES ETOVOLWILEVEG TOWTEIVES .

10) IToocbnun 2 Oynwv amoivtng obavodng, omdte AapPdver ywEo
1 natonpypvior] Tov DNA xot ev ouveyeioa ouAhoyn tov pe mnétta Pasteur.
H mpocbnnn g abavoing mpoxadel apudatwor tov meptBaAlovtog yweou
o0 DNA pe anotéheopa ™ petovoiwo? tov (mabwg eivor Stadvtod
uovo oe LdaTd SLADPATR) UL TNV eTanoAoLOn nataxenuvior) tov. Etot

UTOEOLUE EOXOAX VoU TO GUAAEEOLIE WG Lot XOTOY) GROEYY] pala.

11) 'Exmlvon tov DNA oty pot ¢ mméttag Pasteur pe 70% abovokn yro
otadont] evuddTway Touv xat Stddvoy tov oe 1 ml pubuiotinod TE, 7 oe 1 ml
dH,O. To dwahvpa TE eivor nataddniotepo nuplng yro polagn tov DNA y
neyddo yoovind Stxotpata oe oyéon pe to dH,O.



Yhna - Avtibpootrglo:
1. Avomrowd Sddopa Na,EDTA 10% w/v.
2. Awwopoe Tris-EDTA (TE). (10 mM Tris-HCI, 1 mM EDTA »ou
pH=3).

3. Awdopa Lysis I (16,6 g NH,C1, 2,0 g KHCO;, 0,7 ¢ EDTA-Na, »ot
dH,O oe tehn6 Ooyxo 2 1t v pH=7).

4. Awhopo Lysis 11 (2,42 ¢ Tris HC1, 46,6 g NaCl, 1,48 ¢ EDTA-Na,
not dH,O oe telnd oyxo 2 It vt pH=8,3).

5. Awdvpo NaCl 6 M.
6. Awdopo SDS 10%.
7. owtetvdon K (10 mg/ml).
8. Amolutn aBovory.

9. Abavorn 70%.
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2. Aviyvevon g petardoyns Thr377Met tov yovidiov g Mvoothivng

Mebodog: H petadhoyny Thr377Met pmoget vo aviyvevbel pe
neébodo ARMS (Amplification Refractory Mutation System). H péfodog
LT amoTeEAel TLEaARXYT] TG aAlvotdwTNg avtidpaong g moivpepacrs (PCR)
Nl ETUTEETEL TYV QUECY] OVIYVELC?Y] YVWOTNG OYUELIUNG KETXANXYNG He
e€elOMELUEVD TIOAXTAXGLOOUO €VOC XAAMAOUOQYOL aTO TO GCLVOAO TOU
yowdtoxod DNA. H ohvotdwt avtidpaon ¢ Tolvpepdong eivot  pio
evlopnn uebodog evioyvong poag ovyxexptpévng axorovbiog DNA in vitro
(Saiki et al. 1988)%'. Anautet yvwon g mpwtotayodg axorovdiag tov DNA, 7
TOVAGYLOTOY TWV GXQWY TOL TQEOG EVIOYLOY| TUNHUATOS, TQOMELUEVOL VX
oyedxatovy ot voo ouvtefoby etdiol olyovourkeoTidinol euntvnteg mov Hu
amotedécovy poptx évopéne (primers) yte ™y DNA moAlvpepdor. Emiong
amotteltat 1 TEocHnun TELPWoPoEILwY 6e0&LYOLXAEOTISIWY TOL ATOTEAOLY TO
vrootewpe g DNA molupepdong e na tovra [Mg'].

[Toonettor  yroo  pio Sradmaoioc 3 Oeppoduvapnwy  avitdpacewy
(otadiwv) pe TeEMUO ATOTEAECUK T7] ONHULOLEYIA TEQACTIWOV TOCOTNTWY VEWV
eMuwy yevetxolh vAxoL. To TEwTo oTddlo Tov KOHKAOL APOEE T UETATOOTY
™¢ SmAng éhnog tov DNA otoyou oe aniy (anodataén-denaturation). Avto
emtuyyaveto pe O2ppavon otoug 94°-95° C xaw o ypdvog Tov anateitan Yo
™MV TANEY Sromacy] Twv eAlxwv civar 60 mepimov sec. To Sevtepo otadto
nepthapPavel v mEooxOAnon (annealing) Ttwv olyovovxieoTdiwyv oTa
onuela évapéng g avtypaprc tov DNA otoyov, mpaypatonoteitar Se
ouvbwg otoug 50°-60° C xow 0 amattodpevog Yedvog yo vor oloxknewbet
nopaivetar and 1 éwg 2 min. Téhog oto TpiT10 0TS0 GuvTekeitar obvleor Twv
véwv alvctdwy atoug 72° C.

H ovyrexotpevn pébodog Baotletar otny 8ot twv PCR enntvntov,
CLPLPWVA PLE TYV OTOLOL EVO OALYOVOLXAEOTIOIO PE EVX Y] CUTATOWHUATING 3-
axo dev Ba Aettovpynoet wg exntvntng oe pa PCR avtidpaon. T va
npoodloplobel 1 LTHEEN N OYL LAG CUYHENQLUEVY|C ONUELUUNG LETHANXYTS, TO

TEAXO 3-0%Q0 TOL eVOG eV TOL oYESLALETAL ETAL WOTE VO EYEL
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OLUUTANOWPATIMOTNTA YE T7] CUYUENQLUEVY] peTadlayr). Movo exelva Ta
detypotoe DNA mov etva Oetina yioe ) petadhoyn tedlna O dwoovy PCR
TEOLOY, eve avTifetar SElyHaTa XEVYTIUR YL TV CUYXEUQLUEVY] LETOXARYT] OEV
B Swoovy naborov PCR mpoiov.

Ot exntvntég mov yenotponombnray 6To TEOTOTOUEVO TEWTOUOAAO
touv Melki et al., 2003 #tav:

MYOC-F (5 — GATTATGGATTAAGTGGTGCTTCG — 3’) no

MYOC-R (5 —= TGAGCATCTCCTTCTGCCATTGCC - 3’).

‘Eva woppdt DNA peyébovg 874 bp evioyvbnue odppwva pe 10
axoklovbo mpwtonoiro: 94°C yx 5 min, axolovbovpevo and 35 nduAovg Twy
94°C yue 30 sec, 58°C ywx 30 sec, 72°C yie 1 min, »ot pioe TeMuy] ToQdTooN
twv 7 min. To tedxd mpotov g PCR o1t ouvvéysa eme€epydotnne pe 10
evlopo Hsp92 II (Promega Corporation, Madison, Wisconsin) otoug 37 °C
yioe 24 wpeg o tor TeMnd mpotovia etpefav oe P yéAn 9% polyacrylamide
péox oe pubpotnd TBE buffer oe tdon 90 Volts yix 3 wpec. 210 18hog 17g
depyaoiag avtng, T Yuotoroyd DNA anédwoe tolo tpnuata twv 740, 80,
not 54 bp, eve 1 T377M petadhoyn dNPLOLEYNOE UL TEQLOQLOKEVY] TEQLOYT|
pe xoppatio peyeboug 443, 297, 80, now 54 bp. (Ewdva 1)
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Eiwxova 1: Ilapadsiyuara tov arorelegudrw, dnwg avrd edjpbnoav ard vy
Hopraxij avalvor.
Awpives 1 xar 5: PhiX174 DN.A/ Hinfl marker.
Awpldeg 2 nar 8: xevo.
Awpldec 3 xar 4: erepolvywtec yra myy T377M ystardayy (ot umdavres
1740 bp, 443 bp, 297 bp, nar 80 bp sivar opatég).
Awpldec 6 xar 7: detyuara pvoodoyinod DINA zov oe péper tyy T377M

uetaldayyj. (ot umavres twv 740 bp, xar 80 bp elvar oparég). H 54 bp band dev rjray
0patrj oty YeAr.




75

H otatiotun encfepyooic TwV aMOTEASOUATOV AL 7] OCLOYETLOY
PALVOTLUTIOL (MALVINY] ELLOVXL, UMVINEG TILQAUETOOL) Kl YOVOTUTIOL (ELENOLTA
amO YeveTny] avdAvoy, petaddoyn T377M touv yowidiov g Mvoaothivng)
npaypotonombnue oto Epyaotmoto Yyewng xot Emdnuoloylag g
Tatpung Xyoing touv Iavemomuiov Iwavvivwy vro v xabodnynon tov
Arevbovty tov, Kabnynm . Iwowwidn Iwdavw.

H obynpton twv ouyvotntwy twv popéwy g T377M petadloyng
HeTaL TwY SLpOEWY OpadwY Tov e€eTdoTNUAY EYLVE pe exact test. [ tnv
avaloor g dtayvwaog tou TTI'AT oe oyéon pe 10 ypovo yonotponombnue 7
Kaplan-Meier pébodoc. I'ix 11 odynplon cuveyomv petpnoewy

yonotpomombnxe 1o t-test. Ot ipég p elvor two-tailed.
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ATIOTEAEXMATA

Zoyvotnta eppavions g T377M petaddoyng otig Siapopeg opadeg
To amoTeAéopaTar TOL YEVETIMOL EAEYYOL Yl Tnv bTEEN g T377M
petaddayng e Mvoaotivrg atoug acbeveig pe ITI'AT xat atoug Maptupeg

ovvoyilovtar otov ITivana 8.

ApBuog
opadEeg Ap1Bpog QOPE®V NG , o
oTOEY T377M Avoroyia (95 % CI)
2TOPudIKEG TEPUTTAOCELG " o
TITAT (Hrzipoc) 80 (76+4) 1 1.2 (0.0-6.8) %
[Tepintooelg pe
OLKOYEVELUKO 1GTOPIKO a i o
[ICAT 14 2 14.2 (1.8-42.8) %
(Hmepog)
. . b
Owoyéveln and 66 20¢ 30.3 (19.6-42.9) %
Xpvoofitoa
Mépropeg and ‘Hrepo 124 (120+4)** 0 0.0 (0.0-2.9) %
YTOPASIKEG TEPUTTMOOELG * o
TITAT (XpuooBizoa) 4 0 0.0 (0.0-60.2) %
Méptopeg amod e 0 0.0 (0.0-60.2) %

Xpuoofitoca

IHivaxog 8: Zvyvdtnra tng MY OC T377M ustalayii oug dudpogeg xatpyoplss
etetaolévrwr arguwy aro tny Hreio.

 and omopévetec ywolc eralh tovg ovyyévera.® 15 droua tyc omoyéveac iyav
oayvwaorel pe TI'AL. © 12 pogpels e T377M eiyav T11' AL

*Or 4 omopadinés nepurtddoes LAl ard Xovoofiroa wepthaufavovrar orig 80
onopadirés wepintoets aro v Hreipo

** Or 4 pdprvges ard 1 Xovoofitoa nspdaufavovrar oty oudda twv 124 uaprdpwy
aro v "Hrepo.



77

21y owoyévela ano 11 XpvooBiton, mov eppavilet [TIAT
YAY)QOVOUOVUEVO e AVTOCWIIKO ETUHEATOLYTH YxEAUnTN X, 20 amd Tor 66 el
™¢ (30,3%) mov peketnOnnay eivar popeic g T377M petadhoyng.

2TI¢ TEQIMTWOELG Pe OeTind otoyevelonod 1oToEIo YAXLXOUATOS 2 Ao
¢ 14 nepintwoerg pe TIIAT and v Hretpo eivan gopeig g T377M
petoadhoyng (14,2%).

211g omopadinég meptntwaoetg pe ITINAT and v 'Hretpo podvo 1 and g
80 nepintwaoelg mov pweketnOnmay, 1,2%, sppoavilet v T377M petoahhoym.
(exact p=0,057 dcov apopd ™) cbyrElon KeTaéd TV TEQLNTWOEWY e
owoyevetano totopwo TTI'AT oe oyéon pe 11g omopadineq).

Ent mhéov, n T377M petadhhoyr) 8ev avtyVeLTNUE GE HAVEVAY ATIO TOLG
124 paptveec and v Hrepo. (exact p=0,001 6cov apopd ) obyrplon pe
¢ mepintwoetg pe TTIAT).

Tehog, oe napia and 11 4 onopadinég [TI'AL nepintwoetg and ™)
Xpvoofitoa (Tov Sev avNuay 0TV TUEATAVE TEQLYQUPEITH OXOYEVELX) OEV

aveBebnne 1 T377M petaddoyy.



ID?

F2-3
F2-5
F2-6
F2-7
F2-8
F3-6
F3-11
F3-14
F3-19
F3-22
F3-25
F3-38
F3-27
F3-29
F3-37
F3-31
F3-32
F3-34
F3-35
F4-27
20DC
K151
K153
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Khvixa yopantnototind 1wy poeewy ™G T377M petadiayng pe ITTAT.

To uhtvind evpnpata Twv 23 cuvolnd oeéwy g T377M petadiayyg

TIOL AVLYVELTNHAY ATIO TNV Tpovoa herétn oty Hrelpo, napovotalovtat otov

ITivorreer 9.
Erog OO/ HAkiakatd | HAkia | Méyiom | MEVIOTO | s Xeipoupyeio
Y;\r/]\;ﬂ MrAr uTrepTO TNV etétaon | didyvwong EOM curp;/t(izlcl)sc media® (trabeculectomy)
via
1909 Nai 85 75 28 0.9 SD
1917 Nai 84 67 56 0.95 SD
1924 Nai 77 60 23 0.8 SD
1927 Nai 74 57 26 0.4 MD
1930 Nai 71 54 43 0.9 SD
1949 Nai 55 36 30 0.6 MD
1940 69 18 0.3
1949 60 19 0.2
1951 58 20 0.2
1948 61 19 0.3
1957 Nai 44 34 36 0.5 MD Nai OD/OS
1960 Nai 41 36 30 0.7 SD
1947 62 14 0.3
1955 Nai 46 39 27 0.5 MD
1958 Nai 51 46 32 0.6 MD
1958 Nai 43 43 26 0.5 MD
1959 Nai 50 22 0.2
1964 45 20 0.4
1970 Nai 35 32 36 0.9 SD
1980 29 16 0.4
1928 Nai 80 70 27 0.8 SD Nai OD/OS
1946 Nai 59 58 24 0.7 MD
1925 Nai 80 67 35 0.9 SD Nai OD/OS

Ilivaxag 9: Khwixd svgrjuara orovs popeis e MYOC T377M pstaldayijc ornw
"Hretpo.

“Ta droua e 7o yoduua F otov #wiid toug, vmodsiwbovy Ay ¢ omoyévelag ano
) Xovoofitoa, 1o 20DC elvar oropadixs) zepinrwon [II'AL, evd) ta droua ue o
yoduua K otov nwod tovg elvar droua ue yvwoto omoyeveiand totopixd 111'AL. Ta
dropa: F2-3, F2-5, F2-6, F2-7, F2-8, F3-22, F3-38, F3-29, F3-34, xar F3-35
éyoov exione xar tov GLC1C arAdromo [Petersen et al., 2006]”. *SD vrodplave:
oofagés prapeg, MD vroonldver pAdfes uétprov Babuoo.
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Amo 1o 23 dtopa mow eivar pogeic g T377M petadhoyng ta 15 ety
NN ddyvwon II'AT™ (12 and v owoyévela g XpvooBitoag, 2 and
owoyeveleg pe Betind omoyevetoand totopwd TTIMAT, o pier omopadny
TEPITTWOT)).

Oxt® acbeveig pe TTIMAT eiyav coBapég adllotwoelg oto ontind medio
not 7 etyov petptov Babuod adlowoelg.

2ty Kaplan-Meier avdivon, 1 mbavomra dieyvwone TTIAT™ petakd

TWY POREWY TNG UETXAAXAYNC, TOLOLGNG TNC NAiag, Ntay 23% oty NAnia

twv 40 etwy xat egbace 10 100% oty nhnio twy 75.

Toetg and avtovg Toug acbevelg éyouvy vofAnbet oe eyyeipnon
(toapmenovientopn) non ot VO TOUG Pt not Everg oo (F3-38) oopang
yeNLet XELEOLEYIUYG AVTLUETWTILONG, ALK elvat amtpobupog va cuvepyxoTEL.

Emniong, petaéd twv gopéwy g T377M petadlayng, n ntboavotnta
XVATTLENG YAAVUOUXTOG, TEOLOLGNG TNG NAiaG PeTaED Twv aobevwy mov
gepouvy Tov GLC1C amhotuno, not auTwv Tov 8ev TOV PEQOLY YAIVETAL GTO

Sayooppa Kaplan-Meier otov mivaxa 10.
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Iivaxag 10: Dopeic e T377M: mbovotnyto avarroéng AL, mpoiodong e nlikiag,

uetald GLCIC ko1 nonGLCIC aofevav.
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Khvixa yopantnototing ato IIIAT™: avyxion gopewy g T377M

petadhoyng pe acleveig mov be peQoLY T petalhoryn

H péon nhnio dtdyvwong £ SD, 7 péon nhwio uxta v eéétaon = SD,

7 peéon peytot) EOIT + SD, ot 1o péoo péyioto cup/disc ratio = SD otig

drapopeg opadeg mAnbuouod mov peretnOnuay napovotalovtal otov Ilivara

11.
Mionmaa | MELERC o e
Ondoes il(;gc(o;ni g&étaon £ SD EOIT+ SD | cup/disc ratio
- N (ét) (mm Hg) + SD
L | 1377™m Qopelg e
> 51+ 139 61.5+ 17.5 31.9+ 85 0.67+0.2
= | ITAI (n=15)
e
=
YTopadtKod [ITAT
63.1 11 70 £ 10 28.1+£7.1 0.60 £0.21
xopic T377M (n = 79)
Xpvoofitoa: [r'AT
23 Kot opf/xn vmeptovia 48 +£16.9 51.7+17.3 249142 0.49 +£0.28
T | xopigc T377M (n = 12)
e
= Owoyevewokd  [ITI'AT
66.8 £ 9.8 76.4£12.9 29.1£ 6.3 0.69 £0.18
xopig T377M (n = 12)
Maptopeg (n = 124) - 74.2 £ 8.4 146 +£2.2 0.25+0.1

ITivoxog 11: Zdyxpion ihwvirav yagaxtnoionxdy twv popéwv g 1377M
uerarrayijc pe T11'AL oe ayéon ue dAleg oudoeg

Or aabeveig pe TTI'AT, popeic ¢ T377M petoalhayng, Staytyvemourovtot

oty NAwia twv 51 = 13,9 etwyv, mouv eivar vexpoTEEn Ao TIG CTOQABINES 7| e

owoyeveloxo totopwo TTINALT nepintwoetg ywelc ™ petadioyn: 63,1 £ 11 nae
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06,8 * 9,8 etwv avtiotorya (p<0,001 yx tic ITI'AT" mepintwoetg o obdyxpLon
ne aLTeC ywElg ™y T377M petadioyr).

H péon péyom EOIT (31,9 = 85 mm Hg) dev nrtav dwitepa
vYnrotepn oty T377M TII'AL" opdda oe obdyxplon pe Tig oToEadnég 1 ue
owoyevetono totopwo TTI'AL opadeg (28,1 + 7,1 mm Hg »ot 29,1 = 6,3 mm
Hg, avtiotovya).

Tehog, de dmotwinue otatiotnd onpoviny duops oto cup/disc
ratio twv acbevav pe TIIAL mov épepay 11 petadday?) oe cLYUELG pe ALTOLG

TIOL BEV TNV EPEQAV.
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YYZHTHXH

211y Topovox ekt eketaoape ™y e€amiwor g T377M petadiayng
™¢ Mvoothivng otig Stdpopeg opadeg acbevev pe TIIAD woboc xwow oe
U TLEES O TNV Teploy ) s Hrelpov.

To anoteréopata pog vrodewmvbovy Ot 1 T377M petaddayy vraEyEt
OE UEYIAO TOCOOTO GTNY TMEQLYQUPELON OMOYEVELX O 11 XEvoofitow, éva
ota Téooepa el g onolag 1o eyet TITAT

Ent mhéov, optopévor acheveic pe TITAL, pe yvwotd owoyevetaxo
LOTOEMO YAALUWUATOG EVAL %Al XVTOL POQEELS T1G UETAANXYNG, EVW 7] LETXARXYY]
elvar tdtadtepa omaviar ottg omopadinég meptntwoetg TIIALT xow mposting
xmoLotalel GTOLG LYLEIG AETVEES ATO TO Yevixo TAnbuouo g Hrelpov.

To IIT'ATL" nov oyetileton pe ™y T377TM petoahhoyn oty TeLoyn ™S
Hrelpov eppaviletar pe mpwiun évapén oe éva 0efaotd TOGOGTO TEQLNTOOEWY
Nl TEOXTIUX LTIXEYEL TANENG OleloBuoY TG VOOOL XTX TNV MAiK TV 75
etwv. 201000, 1] CORBXEOTNTX TNG VOOOL GTOLG YOoEElc Bt Yaivetal tdtaiTeQa
YELROTEQEY] e GLYXELOY] e Toug aobevelic ywElg ™ weTohhoy.

Kinpovouunég vooor elvar xotd TEQINTWOELS CULYVEC OE  WUXQEOLG
mAinbuopodg mov Lovv Oe OYETINY] XTMOUOVWOY| YL HUXEES TEQLOBOLS TNG
totoplag toug. ‘Otav pior petoaddoyn eppaviletal amod evay aQynd t8QLTY
(founder) oe évav amopovwpévo mANOvopd éyet ™y mbavotnTa v yivet
OlalTeQU GLYVY] OTA HEAY TNG MOWOTNTAG XVTNG, KXOUY] UAL EVAVTIX GTOLG
VOPOUG NG ETULAOYT|G.

Eva tetol0 napadetypa amopovwuevov tAnbucuod eivat 1 Teploy g
Hreipov, ot Bopetodutinn ywvie g EAlddoc.

'Evtexa owoyéveteg and v Hrepo otig omoteg 1o TIINATT odrpng
EUPAVIONG  UAY)QOVOPOLVIOY HE  AUTOCWIIMO  ETUMOATOLVIN  YXQXAKTVQX

Tepryp&pray antd tov % Kitoo xat ouv. [Kitsos et al., 1988]*.
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AvaAvo yeveTung obvdeong ot HEYAADTEQY] ATO AVTEC TIG OLXOYEVELES,
TIOL %A TOWEL 0TO PO YwELO XpvooPfitoa (TAnBuopog 993 ndtool to étog
2001) oty opooerpa g ITivdov nat oe vpopetpo 940 pétoa, edetée obvdeon
otov GLC1C tomo 010 yowuoowpa 3, 0o 3q21-q24 [Kitsos et al., 2001]"”.

Avt 7 oOVOeoT] elye TEQLYQUYPEL AEYIUE O L UEYAAY] OXOYEVELX ATTO
10 Oregon twv HITA [Wirtz et al., 1997]*.

Aoyw tov ovVNug TOALTHEAYOVTIXOD TEOTIOL UANEOVOUILOTNTAS TOL
[I'AT" orung eppdviong, ot 300 THEATAVW OOYEVELEG EEeThOTHAY UL VLo
uetolayég oto yovidio g Muoothivg [Petersen et al., 2006]”. TTpog
exmAnén tov epevvntoy, 1 T377M petadloyn e Muoothivig Beebnue oto
73% (11/15) tov pehdw g owmoyévelag mov énaoyay and TTTAT™.

Eva anopn pinpd ywpero, o Ta&epyng (~1100 xatowmor) oto Opog
Xohopovtag 011 XoAutdiny, oL ®ATOWMOL TOL OTOLOL NTAY YVWOTO OTL EYOLY
avénuévn ouyvotta TIFAT®, pehethOnne mpodowata yoo v Omagln g
T377M petoadraync®’. H enintwon tou yhavropatog ntav 17% (22/126) o 1
T377M petadhayy aviyvedtnxe 610 59% (13/22) twv acBeviy pe TITAT™,

O amhotonog g T377M petardayng otov Tauagym Ntav o idtog
pe exeivov g T377M petadhayng oty XovooPiton®.

e pa épevva Yoo Ty DToEEr tdpuTinwy petaddaywv (founder effects),
yioe ™V T377TM petoahhoyn| e€eTdoTnnay EVWEN OLMOYEVELEG ATIO SLXPOOETIUES
ebvinoteg: téooepic amd ™y Avotparia, Svo ano tg HITA, pia and v
EMadar, pio amd v Dwlavdio wou pic and v Ivdia [Hewitt et al., 2007] *.
Or dbo owoyéveteg and tig HITA omwg xat dvo and 1 Avotpaavég Moy
EMnvueng natoaywyng. Mo anoprn owoyéveta and ™y Avotoalior ©atdyoviay
oo ™y Iownv INovyrookaBinn Anpoxrpatia tg Maxedoviag (FYROM), 1o
Noto pépog g omolag elvat TOAD xovia oty meptoyy ¢ Hnelpov. H
TeheLTal OWMOYEVELL amO TNV AvotpaMa elye xataywyy ano 11 Meydaln

Boetavia.
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O yovotumxog EAeyyOog TOL eyel YiVEL UEYOL OTIYUNG O OldPOOEg
EQYUOLEG, YOY|OLLOTIOLOVTAC UXEOO0QLYOPODS OeinTeg Eyet amonaldPel evay
%OWO ATAOTUTO UETXED OLVOAIXG ETTX Otoyevelwyv: 2 amo v EAkdda
XpvooBitoa — Talapyng), 2 and tg HITA (Oregon) now 3 amd v
Avortpalior (2 EAMnvung xotaywyng xot ploe and ™ FYROM). Ot owoyéveteg
ano 11 Dwiavdio xoat and ™ Meyadn Bpetavie Beebnue va  éyouv
SLLPOPETIMOLE  ATAOTUTIOVE TOGO HETHEL TOLG OCO Xol ATO TG AOLTEG
owoyeveleg pe nataywyn ano v EAada xor ™ FYROM. H owmoyévela anod
™y Iv8la Boebnue va éyet ndmolovg nowoig deinteg (markers) toco pe 1
Dwiavdiny] owoyévetr 600 xal pe TV AvoTEaMAVY]  OWOYEVELX TNV
notoyopevy) and 11 Meyddn Bpetavia. Avtd mbavov va ogeidetar ot
petavaotevor] Twv Dvwo-Ovyyowmav poiwyv (Huns, Odvor), and v Kevromnn
Aota mpog 1 Bopeta Evpwnn motv tovAaytotov 1500 ypovie. Ot yvwotég na
ot mbavoroyoLpEVES HETAVAOTEDOELS TNG METXAAXYNG xxbwg nat o péyot
OTLYING YVWOTEG TMEQLOYES TOL GULVERNOAY Ol LGELTIUEG KETUAAXYES QUIVOVTOLL

oynpatna otov Iayrodopio yapt, oto Xynpo 2.
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2ynqua 2: H loyxoouo eéomlwon e T377M uetodrayns. Ta aotépio vwooniavooy
YWOOTES 10PVTIKES UETOAAQYES, TOL GUVEYOUEVO PELN YVWOTES UETAVATTEDTEIS KO TO,
Sroreroppéva fédn mbovoroyoduevy uetaviorevon. [Hewitt et al., 2007] *

Ao 1o mopamdve ovvayetar ot 1 T377M petohhoryn éyet mpondet
TOLAGYLOTOV  TEelg  avekaeTnTeg  uetaéd Toug  Yopeg oTo  ToEeAbOV,
Toyroouing”.

To ywptd XpvooBitoa oty Opooetpd g Ilivdov, oty meptoyn g
Hreipov vmnp€e amopovopevo yio  awwves. lotopd  Sedopeévar  [I1.

ApaBavtivog, Xpovoyoapia g Hneipov, 1856]*

, OVXPEQOLY OTL TO YWELO
tdpvbnre 10 157 awva p.X. yopow otx 1486 p.X., ypovia mov Bpebnue otny
neptoyn 1 Ewova g Havaylag g XevooBitoag. TTapantvndnray tote o
UATOWOL EVOC YELTOVIXOL YwELoL Tov ovopalovtay TTadatouviog va #ticovy ta
omiTa Toug YLEw amd T Telyn ™c Movng mouv aveyépbnue mpog Tpny ™
IMovayiag g XpvooBitoug, ut ET0L dEYLOE TO YWELO Vo TALQVEL TY] LOQYY| TOV.
To evponpata g THEOLOAG KEAETNG LTOSEWVOOLY OTL 1] «EANVIHN»

dovtny) T377TM petaddayn mbavov va mpoeuvde #dmov oty TEELOYY TS

Hretpov. Onwg patvetar and tov TTivara 5, hapBavovtag v’ odwv Belora Ot
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Yl uamoteg opadeg mAnbuopoL Ta dtopor mov e€eTaoTNMAY elvat Alyo, 7
HeTaAAoyn Oelyvel vao TEOUOTITEL O oELOONUEIWTO TOCOGTO OTO OWUOYEVES
[II'AT’, oe obyxplon pe 10 YAPUNAO TOGOGTO EUPAVIONG TNG UETAAAAYNG OTIC
onopadweg neptntwoetg IIAL and ™y (S nepLoyy.

'Evag and toug yopeic g T377M petardayng, K151, eivor peor nvplo
03 etwv pe owoyeveg TITAL, Bhaywnc* natoaywyng not and toug 8o g
yoveig, yevwnOnue xow axoun Cet oto KeypadoBpvoo. Eyer voco evdidpeong
BapvtnTag, nhuia Stayvworg yAaurwpatog 58 etwv, péytotn EOIT 24 mmHg,
c¢/d ratio 0,7, petptov Babpod alhowoetg oto omTind medlar xal TEOS TO THEOY
noha  pvbwlopevn  evdopboipia  mieon  pe  evotdAAaly  xoAlvpiov
AMtavonpootng (Xalatan). O natépag ¢ neébave ToPAOG amd TO YAUDUWUA KoL
gyel 80O anopn adelpég mov maoyovy xat ot dvo ano TTI'AIT. Aev natéom
SLVALTY] 7] YEVETINY] AVAALGY] OE AUTEG.

O dArog yopéag ™g T377M petodlhayng pe owoyeveg [TINATT, K153,
elvat évag #0pLog 84 etwv mov yevwnbinue nat Let oty TTépdwa Iwavvivey. Eyet
mévie adeApols, TeaceQlg and Toug onoiovg eyouvy ITI'ATY, Omwg xat o ytog Tou.
'Eyet Bopbrepov tomov TT'AIT pe péyiotn EOIT 35 mmHg, ¢/d 0,9 o
ooBopég aAAOLWOELS OTA 0TI TOL Tedia, eve eyel LTTORBANDel oe yelpovEYN
QVTLUETWTILOY %ol 6T OVO TOL paTlar (TEXpUTEROLAEUTOWY]). Hhla Stayvwong
[MI'AT: 67 etowv. Tlpog 10 mapdv xar avtdg éyet nade EuOuopévry

evdopbalpta mieom tov.

* O Bhdryor eivat évae pOAO e TOLAGYLGTOV PEYOL TELY ALyt YQOVI TOAD UAELGTY)
nowovia, xxbmg ot yapol ot cLVTELTTINY Toug TAEtoYn Pl yivovtay povo petakd toug. ‘Eyet
evOLPEQOY AOLTIOV 7] AVEDEEGY] TNG KETAAAYTG OTY] QUAY] TOUG, UL [OWG LK TILO EXTETXUEVY]
EQELVX GE ALTOLG VOl ATIOUKAVTITE UL GTOLYELX YL TV UETUUIVNOT] TG HETXANXYYS Péoa GTO
¥eOVOo, nabng elvat YVwOTEG Ao TNV LOTOPIX Ol UETAVXGTEVGELG TOLG BTNV ELELTEQRY] TEQLOYT]

Twv Boadxaviwy.
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Ocov agopa 11 onopadwy) mepintwor TIIAL, gopéa e T377M
petoadhoyng, 20DC, mpoxesttar yo pioe wopiar 81 etwv mov natdyetar and TV
Kaotpitoo nat Cet andpn exct. H untépa g nebave oty nhnio twv 100 etwv
no Sev elye yhabnwpo. O matépag ™ mébave oe veapr Ninia, 35 etov, nata
™ Otapreta tov Aevtépou Tlayrooptov TTorépouv xon elvar mpoyavég Ot Sev
pumopovpe va yvwotlovpe av bo avéntuooe mote yladxwpa. H nvplo avty eyet
®OTO00 SLO ABEAPES UL TEELG ADEAPODG, OAOL TOLG LYLELS, YWPELS YAxLXwux. H
0t mapovordler coBapotepng popyng ITITAL, éyet yetpovpynbel yra
YAOXWPo %ot ot ODO NG MATIX, Elvat TEOG TO ToEOv EuOuopévn 7
evdoypbadpta miean g ahhd exet cOBAEES AAAOLWOELS XTO To OTTUR TYG Tedlo
(néytot EOIT 27 mmHg, ¢/d ratio: 0,8). H Sidyvwor tov yAaunopatds e
gywe oty Nt v 70 etov.

To mopamdvw Tl mned ywetd Botoxoviat oe anootacr 60-70 km and
™ Xpvoofitoa, 610 vopo lwavvivewv. (Eynue 3). Kavelg and toug tetg
noapanavew oobevelc Sev Eyel oyéon 1M uxtaywyrn ano 11 Xpvoofitoa,
TNYavovTaG Tiow SLO YEVEES (MATAYWYY] TWY TATTOLSWY — YLAYLAOWY TOLG).

To ywotd Ta&apyns Poloxetar o andotacy 300 km nepinov and ™
Xpvoofitoa nal EYOLUE TNV TANEOYORLX ATO TOLG KATOUOLS TOL OTL LTYEYE
nATOLX «0BOC» TOL GLVEDEE ToL OO YWELX, XXl TOL TAELOEDOVTAY AOUETA CLYVX,
UATIOLEG POPEC UAAOTA YL VX PEQOLY VEES Yuvaixeg amo v Hrepo wote va
TvTEELTOLY 6TOV To&LaEY 7], PEEVOVTAG ETOL VEO QULPX GTO XWELO.

H Spvtiun petadldoyn pmopel vo mpoexvde #ATOL GTNY TEQLOYY NG
Hrnelpov xou v e€aniwbnue otig vndroineg neployes g BAAadag nar telna

TUYHOOULWG.
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'BULGARIA

P

2ynqua 3: Xdprye e EAMddog xar twv yertovinay ywodv wov delyvetr oty
yewypapiny ayéon twv tomobeody omov Eyer Poebel uéyor oryunc n 1377M
«EMnvieny uetallayn. Asv Eyer mepihnpbel oto ydotn n Keoaria mov Pploxstar
800km Popetodvtind e Hrelpov xabag oev Eyet yiver avalvon tov ardotvzov pra va

owamorwOel 7 mbavy) opototna s uetarlayrc ue v EAMni.

Xt perétn tov Hewitt et al., [2007], mov éyovpe mpoavapépst, €
owmoyeveleg elyay tov 8o «EAvind» amloTumo: 1 owoyévelr omo 11|
XpvooBiton, 500 AvoTpaAlaveg owmoyéveteg xat 6VO owoyéveteg ano e HITA
pe EAAnvinn xotoywyn o proe oeoyévelx ano ™ FYROM 7 onoix eivar oe
yewyoxypny] eyyvtnta pe v Hretpo.

Ye dva mpooyato &Ebpo and v Kpoatia [Zgaga et al, 2008]Y,
pereNOnue éva pxpod anmopovwpévo yweld mov ovopdletar Veli Brgud (550
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natowot) ot 0p1N G yeeoovnoouv Totpta. 210 CLYXEXQIUEVO YWELO YTaV
YVWOTO OO TRONYOLUEVES UEAETEG OTL OL XATOLXOL TOL TAEOLGIXLXY GE UEYRAO
nocooto peta€d g ITIAL npwipng évapéne. Evvéa and g 16 acbevelg pe
[NI'AT" mov e€etdotnnay épepay ™y Tnc377M petodhayr. Aev éyet yiver péyot
OTLYUNG AVHALGY] TOL ATAOTUTIOL TNG UETXAAAYNG T7G woTe v Saxmiotwdel av
LTAEYEL OLOYETLON pe TNV «BEAnvinny Tne377M petaddayn, adlld 1 andcToG
70V YwEtoL avtoL and v 'Hrepo eivar mepinov 800 km oe evbeior yooppn.

Ev satordetdet eivar mbavov o1t g avtég ot peyot otypng evpebeioeg
TeEMTwoelg Yopewv ¢ Inc377M petadlayng ot Notoavatolun Evpwnn
vor  LTOSEVOOLY  [LaL  OLVY]  LOELTINY] METAAAXYY] 7] OTOlX HECW TWV
UETUVALOTELCEWY TTOL GLVERNOAY HATA T7] OLAUOUELX TWV TEQATUEVV XLWVWY VX
eamlwbnue ot neploym.

Eva anopn ovunépoopo mov #avel EVILTWGY], HEASTWVTAG TNV NAnio
SLyvwong Tov  YAaLXWUATOg oTg  Otdpopes TAnOvouloanes opadeg mov
peretnOnuay, eivar to e€ng: Oo mepipeve uavelg Aoynd oe acbevelc pe Yvwotod
OLXOYEVELOXO LOTOEWMO 7] NAla Oldyvwong TOL  YAXLXWUATOC Vo elvout
UIXEOTEEY] AOYW TG EVNUEQWONG 7] TNG ETAYELTIVNONG HETAED TWV UEAWY TWY €V
AOYyw owoyevetwv. Katt tétolo opwg dev mpoudmtet and o svpnpatd pag, 63.1
T 11 elvor 7 peon Mhnio SLayvwong YAALUWUATOS OTIG CTIOQAOINEG TEQITTWOELG
evovtt 60.8 £ 9.8 auTwy pe YvwoTO owoyeveland LoToewo (xat ot 300 Opadeg
ywolg ™ petalkoyn T377M).

To yeyovog autd iowg Oa émpeme vo  poag mEOBAMpatiost g
0OHAAULATOOLE OGOV APOA TNV EVIUEQWTY] TOL UAVOLUE GTOVG TATYOVIEG KoLl
TIC OWXOYEVEIEG TOLG YLt T QLG T7G VOOOL TOLG, OGO 1AL YLK TO YEOVO TOU
aplepwvovpe otov xabe acbevy), avakoya pe 10 eninedo uat 1 dxbeor Touv y
ovppoppwon pe 11 Bepamein. Towg vraEyel awEnetOg SPOUOG TOL TEETEL Vi
noAvbel auou” 1LEIWG ATO EUAS TOLE OYHAAULATOOLE, GTNY TEOGEYYLOY| UL

™V evpépwaon Ty acbevey pac.
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ITEPIAHWYH

Metaddayég oto yovidto g Mvoothivng eyet Bpebel mwg
evBdvovtar yre 10 3-5% tov Ipwronaboig INavxopatog Avowtng Lwviag
(III"AT) e dtdpopeg mAnbuopionés opadec. Eyouvv Beebel tovddytotov 70
HeTaAAoyég ToL yowidiov ¢ MvootAivrg, optopéveg amd TG OTOLEG €)Y OLY
ovayvwElotel wg tdpuTnes. Edimdtepa, 1 T377M petadloyn tov yovdiov g
Mvoaothivng €yet mponLer TEELS TOLAXYLOTOY, ave€aPTNTec KETaED TOLG, POPES
ot totopix: 6t Meydin Boetavia, v Ivdia ot v EA&Sa. Xty napovoa
draton epevvioape v eéamiwon g «EMnvumoer dpvtnng T377M
netadAayng otnv mepoxn g Hrelpov, ot Bopetodvtiuyn EAdada, 1 onolx
UTOQEEL Vo ElVXL XOL 7] TEQLOYY] OTNV OTOLX TEWTOEUPAVIGTNHUE 7] KETAANYY).
2710 amOPOVWREVO YwELo Xpvoofitoa, oty opooepa g [Tivdov, 20 and ta
06 peln wog peydAng owmoyevelag pe TINAL @éoovy ™y T377M petadioyn,
EV UAVEVOG ATO TOLG RAETLEEC amo TNy meptoyn ¢ Hreipov (n=124) Sev
epepe 1 petodlhoyn (p<0,001). Avapeoa otig howmég neptntwoetg pe TTIAT
nov peretnOnunay amd v meptoyn ¢ Hrelpov dvo and 14 nepintwoelg pe
owoyeveg TTINAT non piae amd 80 onopadinég neptntwoetg ITI'AT™ eppdvioay ™
petoadkoyn (p=0,057). H mboavotnta Sidyvwong touv TII'AL, mpotoveng g
Ninlag, petaéd twv opéwv g T377M petadhoyng sivar 23% oty nhuia
v 40, xow phaver to 100% oty nlda twv 75. H péon nlnia Sieyvwong tou
II'AT" otoug gopeig ™ T377M petaddoyng eivar o 51 et (SD 13,9), nAnia
VEXQOTERY] ATO AUTEG TWV OTOQASIXWY AL TWV TEQITTWOEWYV WUE OLLOYEVEG
[MI'AT: 63,1 SD 11) s 66,8 (SD 9,8) étn avtiotorya. lotopwd no
yewyoapua otolyele pmogoLy va pag Bonbnoovy va xatavonoovpe v

ekanmiwon g petalhoyng oty EAlada nat noyrndouta.
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ABSTRACT

Mutations in the MYOC gene have been shown to explain 3-5% of
unrelated primary open angle glaucoma (POAG) in different populations.
At least 70 different MYOC mutations have been identified, some of those
being characterized as founder mutations. In particular, the T377M MYOC
mutation has arisen at least three separate times in history, in Great Britain,
India, and Greece. We explored the distribution of the “Greek” T377M
founder mutation in the Epirus region in Northwestern Greece, which
could be its origin. In the isolated Chrysovitsa village in the Pindus
Mountains, a large POAG family demonstrated the T377M mutation in 20
of 66 family members while no controls from the Epirus region (n = 124)
carried this mutation (p<0.001). Among other POAG cases from Epirus,
two out of 14 familial cases and one out of 80 sporadic cases showed the
mutation (p=0.057). The probability of POAG diagnosis with advancing age
among mutation carriers was 23% at age 40, and reached 100% at age 75.
POAG patients with the T377M mutation were diagnosed at a mean age of
51 years (SD 13.9), which is younger than the sporadic or familial POAG
cases: 63.1 (SD 11) and 66.8 (SD 9.8) years, respectively. Historical and
geographical data may explain the distribution of this mutation within

Greece and worldwide.
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