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SUYYeViG ®OTOQQEAXRTNG OVOUATETOL O HOTAQQAXTNG
70V glvou TOEMV 0T YEVVNON 1) b OVICETAL OTO TEMDTO
€10g ™ Comng. ITauwdimds nataQedxrtng ovoudtetal o
ROTOQQAXTNG OV eUPaviCeTal LETd TV NAria TV 3-
4 etmv. O ouyyevig ®noL 0 TAOLHOG RATAQQANTNG, OV
%Ol OTIAVIOL, TTOTEAOUV pioL oNuavTLrt outior dlataQol-
YOV TG 6000oNS %ot TUGAOTNTAS OTNV TTadLr nhria,
©00mg 00N YoV otV avdmTvEn auprvwmios. T avtd
TO AOYO €lvoL onpovTirg 1 IROAMYP1 TOU OUYYEVT - TTOL-
Aol ®OTOQEAXTY) ElTE PECW TEWTOYEVOUS TIQOANYNG
(7oY. LEOW TEOYQAUUOTOS EUPOMATUOD ROTA TNG EQU-
00dc) eite PEOM TNG EYRALONG %L TIODLUNG OLAYVWONG
TOV.
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Emonuoroyia

Amotehel moryroopimg to 10% - 30% tov ouvorlov TV
arttdv TvdprdTYTag ota madld. Kotd tov Francois, 1
0ta 250 adLd wou yevviovTol €L ®ATOL0 LOQPTG
ovyyevi] ©otoedxT. OL ¥xANQOVOLKOl ROTAQQANTES
aTOTEAOVV TEQ(TTOV TO 25% TWV OUYYEVOV ROATAQQU-
wtov!. H enimrwon Tov ovyyevoig xatoodxth otig du-
TéG YWEES xupaiveton amd 1 péyol 2,5 TEQUTTMOELS
avé 10.000 yevvioelc2.

Zmv Aocia, ot Toudrol xataEdrTes elvar vedBUVOL
vio TeQLocoTeQO atd 1.000.000 TUGAMOELS TNG TTAULOLRNG
nlxiog. e avamtvoodpeveg ymoeg 6mwg 1 Ivdia, 4-
15,3 % tng madirns TOGAmong opelheTal OTOV RATOQ-
odxntn. H enimrrwon tov ®ataoedxtn ot moudid £xel
vrohoylotel peta&l 1-15/10.000 madid. Metd amd
€0gvva oV mEaypatomotOnxe og 172 maudid, 88.,4%
elyav un teavpotind rataQedxty xal 11,6 % eiyav
TQOULATIRG HATOQQEAXRTY. MeTAED TV U TQOUHATL-
HOV KOTOQQOUKTDV:

¢ 7.,2% MTOv ®ANQOVOUNGLUOL

¢ 4,6% odpelhotav oty Zvyyevi) EQubod

(Ewodva 1)

* 15,1% 7Mtav devtegomabdeic

* 73% Ttav xmlg epdovi ovtia

v televtaia opdda, ®oTd T SLLQKRELD TNG EYXU-
poovng, To 67% TV UNTEQWV Elav L0TOQLKO 0.00¢-
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velag nal To 22% eiye mhpel poguanevtint Begameta
nOTé T OLAQKRELD TNG EYRVUOGVVTC .

To NPCB (National Programme for Control of Blindness)
petd amd éoevva €xel delEeL 6T VTGOV TTEQLOGHTEQD.
016 22 exaroppivole TUGAG patia (12 exatoppioa Tu-
dhol dvBowmor) othv Ivdio xow to 80,1% avtdv eiva
tudroi eEantiog Tov notapedxth. H ethola ovyvotnta
TOU TOPAWONG ATt HOTAQQAXTY e(VaL TTEQITIOV 3,8 exai-
TOUUDQLOR.

e ¢pevva mov éywve oto Hvopévo Baoilelo? 1 emi-
TTWON TOU OVYYEVOUS %ol TR0V RATOQQAXTY TTALV:

* Tov mpito Yedvo g Cwfg, 2,49 avd 10.000 mwoudid
* 210 mpdro. 5 xeovia g Cwng, 3,18 avd 10.000 mo-
o]¥e]
* Zta mpdro. 15 xeovia tg Twng, 3,46 avd 10.000 o~
OLd.

H enimtowon tov appotegdmhevgov xataQodxtn
fitav peyolitegn amd Tov eteQdmlevQo oAl 1 emi-
mtwon dev diédepe avdapeoa ota U0 pOAa 1) 0T YdEO
ratowmiog?.

e ¢gevva oV TAyHaToro0nxe oty Avotaliot
avayvogiotnray 421 megrotatind xaw ) enimrmon Poé-
Onxe va elvon 2,2 avd 10.000 yevvioels. To 81% ftov
GTopa e aQVNTIXO OLROYEVELOXO LOTOQIXO (OTIOQAORES
TEQUITTMOELS). AT avtd to 50% OLoyvhHOTHOY TOV
TEMTO YEOVO TNS LN ®aL 10 16% avTtdv oYeTIOTNHRAY
LE RATTOLA VAYVWQLOUEVT] OLOTNUOTLRT TTAONom 1) oUV-
doopo. Etepdmhevgog natagodntng Poédnre oto 52%
TV 010QAdXMV TeQuTTMoEmV. To 19% elyav Oetind o
noyeveland 1otoQrd. To 8% avtdv twv Toudidv eiyav
e1eQOTAEVQO rATAEQAXTY. Metd amd perétn Twv
HeA®V 39 ouoyevelmv, | vAngovourdtnto foéOnxe vo
elva:

* 77% (30) QUTOOWUOTLRY] ETURQATNG

* 10% (4) pvhoaivde

* 5% (2) VTOOWUATINT VITOLEWTOUEVY

* 8% (3) aféPfoun’.

Téhog, 600V adoQd Tov TAdRO RATAQQAXTY OF
éoguva mov €ywve ot Aavio og delypa 2.616.439 mot-
ALV 7ov yevvhOnxrav peta&l 1962 —2000,0 ouvolxrog
%nivouvog yia maudrd xotoedntn fitov 10,84 avd
10.000 stoudid. Aev Peébnxe va vdioyel dlapoQd othv
eMITOON UETOED AYOQLDV ROL KOQLTOLDV TTOQd HOVO
OTNV TEQITTMOY] TQUUUATIXOU RATOQQAKTY TTOV E(VOL
vymAoTEEN otar aydoLa. Tlagdha avtd mapatnefOnxe
ONUOVTLXT] TTTMOOT TOU TQOUUATIROU RATAQQAKTY KO
oTo ayoQLaL, 1) 0700 atodideTaL 0TV Aoy oL ITEQL-
$0oQag ®oL oto AVENUEVE TIROANTTTLXG HETQOS.
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Ewova 1. Aupoteodmrevoos avyyevijc
XATAQQUXTNG TE VEOYVO OPELCUEVO
o€ Loluwén amd epvbod.
(IInyn: wikipedia.org)

MoBdopvororoyio

H dwadpavera naw o deintng 01dbhaong tov parot em-
TUYYGVETOL UE CUYHERQLUEVT] QLQYLTELTOVIAT] TWV PAAL-
1DV VOV, L€ TNV OUOLOOTOOIN TWV TQWTEIVOV TOV
darot, v otabegdtnta xal ™) dopf Tovg®’E. O xa-
T0QOANTES OYETICOVTAL UE TNV ATTDAELD TNG IURQOUQYL-
TEXTOVIXNG TOU  paxol xnor  mbavidg  oToug
10.00HUOLOAOYIROVS PN OVIOPOUS TEQLAAUPAVETAL O
OYNUATIOMOS XVOTLO{WV %O 1) ATTOOLOQYAVWOT TWV RUT-
TAQWV TOU GparoD, IOV 0dNYOUV OF OLAXVUAVOELS TG
TURVOTNTAS TOU %ol emopévog oe Oudyvorn Ttov
dwtoHc?. Omoadnmote mpooPorn (my. wia AolpwEn,
évag ToaupoTlopog N wa petafohnt mwadnon) wrogel
va odnynoel og 06 Awaomn Tov paxot. H megroyh tng 06-
Awong wroQel vo xenotpomon el yia vo ®abogioel To
¥QOVO ®aL THV aLtiot TG TEOOPOATS.

210V AvOQMTO, 0O CUYYEVTG RATAQQAAXTNG TULOTEVETOL
otL odeiheton ot petwpévy alnienidoaon petaEd Tmv
UETOAAAYUEVOV HOQODV TNG O~ ROl 3- ®QUOoTAALivNS. O
OYNUATIONOS TG HQUOTAAAIVNS €lvol ®ATtw amd TOV
€heyyo evog cuVOVOOUOD YOVIOIWV %L TOV TQOIOVTWV
tovg®. Metafol) otnv alnienidQaon tOo0 peTak
TV OUOLWY RQUOTAAMVDY OGO 1AL TWV JLAPOQETIRADV
elvat 1ravi) Y wEOoTaEWA YLoL avoUoLOYEVT) allayf) otV
TURVOTNTO TOV TQMTEIVOV 0tdTE 0 dLoBlaoTrdg del-
ATNG YIVETOL AVOUOLOUOQPOS 0TS OLAPOQES TEQLOYES
ToU ponoV. Avtd €yl mg emaxdlovHo Tov dLoonoQIIL-
opo TG O TIVOPOMOG xaw TNV EUGAVION raTaQEdxTY!!.

Moguoxn) Leverixn

ZNuega, éxovv Poebel 39 yevetnés meQloxés mov
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Exovv yapToyoadnOel yio Tov ®oTaQQdxTY), TOQOAO
70V 0 0 ELOUOS AVTdS oVveEXDS avEdvetal’. Zta vrel-
Buva Yo ToV ouyyevT] raTaQEAXTY YovidLa® TEQLAOLLL-
Pévovrou:

1. T'ovidia v mewTeiviv TG ®QUoTahAivng (CRYAA,
CRYAB, CRYBAI1/A3, CRYBA4, CRYBBI1, CRYBB2,
CRYBB3, CRYGC, CRYGD, CRYGS),

2. Tovidia twv mpwteivav yaoudovvdéopov (GJAL,
GJA3, GJAB),

3. Tovidia mowTEIVOV TNG ®UTTAQLXNG HEUPOEvNG
(AQPo, GJA3, GJAS, MIP, LIM2),

4. T'ovidia TV TEMTEIVOV TOU RUTTUQOTAATUATOG
(BFSP-2),

5. Magdyovteg petayoadns (HSF-4, MAF, PITX3,
PAX6),

6. Tovidia tng ahvotdag pegortivng (FTL),

7. ogdyovies avamtuéng wvophaotov (FGF)

ITegLoobteQeg amd 26 amd tig 39 yooToyQadnuéves
B¢o¢eig yia ovyyevi 1) BRePLnd vOTOQQEAXTY, £XOVV OU-
oYeTLO0EL e GUYRERQUUEVA YOVIOLOL. ATIO TLG OLXOYEVELES
TV ROTOQQOUXTMV YLOL TIS OTO(ES TO UETAMAAYUEVO YO-
vidLo elvan yvwoto, eQimov oL oég Exouv peTallaEels
OTIG ®RQUOTAANIVES, Y €xelL peTtalhGEels otig xovveEiveg
(MOMTEIVES X ATHOOVVIEGOV) %atL OL VTOAOLTES GTCL YO-
vidio HSF-4, ot1g axovamogiveg »al oto BFSP-212,

Suyva, vdEyeL ouoyETLoN LETOED NG poedoroyiog
TOV TIROXVITTOVTOG KATAQQAKTI) KO TOV TQOTOV €XPQOL-
ong ™c petodhaypévine mowteivie. Tagdha avtd, m
nAnoovouroTNTa TG (OL0g LeTdANAENS o dLapoeTL-
%ES OLROYEVELEG 1) AnOUOL ®OL TG (010G PETAAMMOENS PO
oTNV (OL0L OLXOYEVELOL LTTOQEL VOL £XEL G ALTTOTEAETUOL QL-
Cnd dLahpoQEeTIRNG LOQPOAOYIOLS RaL GOPAQOTNTAS KOL-
TOQQANTN. Autd elval evdewrtind OTL emmgdobeTa
vovidia 1 TEQPAMMOVTLROL TTAQAYOVTES (0MG VO TQOTO-
TOLOUV TNV ExdQOON TNG AQYLXNG METAMMAEN S TTOV O)E-
tiCetal pe  TOUG  %OTOQQAXTES.  AVILOTEOPWG,
HOATAQQAKTES e (DLl 1) TOUQOUOLOL RALVLKT] ELOVOL UTTOQEL
va givol amotéleopa petalhdEewv oe teleimg dlodo-
eTnd yovida 2,

Kovotalhiveg

O npuotolhiveg amotehoUV TeQLocOTEQO 0Ltd TO 90%
TV SLHAVTOV TEWTEIVOV Tov paxov?. H avaloyia
TOWTEIVOV ®QUOTAAAIVNG ®a 1 adAnhovyio Toug elvar
TOAD onpavtixd ot dtatheonon g dtaddvelag tov
daro xot Tov deintn duabhaong tov. ‘Oheg oL ueTah-
MAEeLg TV avOQDOTUVOV QUOTAAMVDV, EXTOG OGS, dLoi-
toohooovv TNV TOLTOTOYY  doun)  €YOovVTag g
QITOTENECUAL TV QVENUEVT TAOT TV O-,3- %L Y- RQU-

OTAAMMVAOV VO GUGCMUOTOVOVTAL KL VO RAOLEAVOUV?.
‘Otav 1o yovidio petolhayOel, or mowTteivec noUOoTAA-
MvNg 0L povo maipvouy pior avouain dopt GAAa peL-
ovetar  %oL M OlAVTOTNTA TV TQWIEIVOV
HQUOTAAMIVNG e OTOTELECUA TO OYNUOTIONO ORLAL-
oemv3,

T'evind, T0 GVVOAO TV RQUOTOAMVDV TTOV AV VEDE-
Touw o€ Ol To el0M dranpeitan og 3 dradvtd o 1 pn-Sro-
Mto vhdopo. Ta dtodvtd xhdopata eivol ol a-, B- no
V- QUOTOALIVES, OL OTOlEG OvevQlonovVTOL 0TO Gpand
TV 0TOVOUVAMTOV. ZTOV avOedmvo dpaxd, oL a- ®QL-
otalhiveg amotehoVv 10 40%, oL B- ®QUOTAALIVES TO
35% wau oL Y- xQUOTAMAIVES TO 25% TOV GUVOLOV TNG
TOOOTNTOS XQUOTAAMVDV o€ auTtdv. OL B- ®oL OL Y- ®QU-
otalliveg eppaviCovv oporoyio arlnlovyiog »an TQL-
Totayolg dopfjc xow €tol oynuotiCovv v Py-
VIIEQOLXOYEVELQL,

O a- nQuotaAhiveg amotehovTal amd 2 ailnlovyieg
VYNNG OVYYEVELOGS, OL B- #QUOTOAAIVES aTtd 6 %Ol OL Y-
©QUOTOAAIVES amtd 3. Ztov avBohmvo opOalud, ot a-
©QUOTAAIVES oyMNuaTiCouv olyouen peyahov peyé-
Boug, oL - ®ouotalhiveg olyoueQT] lURQOTEQOV UEYE-
Boug evid oL Y-xQUOTOAAIVEG aviyvelovial g
povopeoh'*.

A-%QUOTOALIVY

H owoyévela twv a-xouotahvmv €xel 2 péAn: v
aA-nouotaAliv (CRYAA) xar v aB-xouotaliivy
(CRYAB) mov evtomiCovtor oto 21¢22.3 yovidlo »ou
11922.3-g23.1 yovidio avtiotorya. Ot a- (el xou oL )
OLLOYEVELEG HQUOTAAMMVADV XwEICOVTL TEQOULTEQW OE
Paownég nau 0Eveg opddes. OL a-rQuotallives oymuo-
tiCovtal oo 2 meoldvTa Yovidiwv: Ahdpa-A nan dhdo-
B, yio ta 6&wva nou ta aAxohxrd avtiotowya. Extd
TQWTEIVIES TEQLOYES VTTAQYOVV OTLS ®QUOTAMAIVES: 4
OUOAOYES TIEQLOYES, Eva oUVIETING TeTTTidlo ot o C-
nou o N- telnt| eméntaon?®. Avtég ouvilBwg Aettovg-
voUvV mg pograxot ouvodott. Ao emhéov AettovQyies
TWV 0- XEUOTOAMLVQOV glval 1 00don avTOoXLVAONG %O
1 CVUPETOYT OTNV evOorLTTOQLXT aQylrtextovint). Ta
OIOVTA TWV dAda-A ot Twv AApa-B yovidiov ex-
dpodlovror dapopetind. Ta a-A megrogifovial xatd
TOTIUNON 0TO Gpand, LeETAALAEELS TV OTOlWV €XOUV
€VOYOTOLNOEL %Ol 0E QUTOOMUATIRG VITOAETOUEVO KO
0€ QUTOOMUOTIXO EMKRQATOUVTO ®OTOQQAXTN 2. EVv®d,
To o-B exdpodlovrol evpémg 0e 0QneTOVS LOTOVS %Ol
opyava, petolhdEelg Twv omotwv oyetiCovral ue moh-
MG vevpohoyirég aoBéveles nou pe puomafeio’.

B- »ouotalrrivy

OL B-rouotahhiveg, TEQLOCOTEQO ETEQOYEVEIS, OLOL(E-
Qouv atd TV Taovaia ™G C- teluig eméExTAONS (ol
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oloa otV opdda TV Pactw®dv, Oyt 0Ty opudda Twv
OEwvarv). To oxfua Twv - ®QUOTOAMMV®OV 0TtoTEAE(TAL
oo dladogetind neyédmn xou elvol teava va oynpoti-
Couv dipepn 1) va oxnuoatiCouv avtodipeom e diles B-
nouotolhives. To vmedOuvo yovidlo xwdixomolel 2
mowteiveg (rouotalhivn BA3 xal TV %ouoTallivn
BAL) amd éva amhd mRNA, 1 xouotairivy PAL elvon
©oVTUTEQN QTTO THY ®QUOTAALIVY BA3 %aL 0 oYNUATL-
opds Toug yivetow pe ™) XeNomn evog evOAAaXTIHOD
TOTOV EVaEENS TNG pHetddoaons®. Ou - nouotahiiveg
Poloxovta, extoOS 0td TOV Gard OTOV TEORANOVV [UE-
vaAN TowIAiol ®OTOQQAXTOV, OTOV OVOQMOTIVO eyré-
daro nou otig yovddeg'?.

Y- #QUOTOALIVY

OLy- nouotalhiveg elvor pia opotoysvng opdda vym-
MDYV CUUUETQIXMV, LOVOUEQODV TQWTEIVDY IOV TVTIH.
Aelmouv ovvoeTind memtiOlo now TeMnéG emenTOELS.
Avtég guipifovtan dlapoQeTind HETA TV MUY OVA-
7tVEN. 4 yovidia v- xouotaivarv (v-A, v-B, v- C, y-D)
no 3 Yevdoyovidia (y-E, y-F, v-G) eivan dradoynd oQ-
vavopévo oe éva odumheypo yovidiov. EEaitiog yi-
oavong rat petahhdEemv oe ouyrexQLuéva yoviola, ot
V- QUOTOAAIVES EUTTAEROVTAL OTO OYTUOTIOUO HATOQ-
obmTn?.

‘

Xaopoosvvdeonor

O\ mpwTeivec aopoouvdéopov (Connexons) GTOTE-
AOUV e10ES QOUES 0TIV ®UTTAQOTAACUATIXY HEPSEAVY
7oV oUVOEOLV Yertovird niTTaQM’. AuTég ouvTiDevTaL
M ®xabepia amd 6 vropovddeg, tig woveivest. O mow-
Telve YaOHOoVVOEGUOV TUEWVOPODVTOL OE 2 %aTYYO-
oleg, a nour P, odpudwva pe TG OUOLOTNTES OTNY
onoAovBia TV VOURAEOTIOIMV %Al TIG AUVO-OELVES TE-
oLoyég nau megLhapufdvouy Toug maQaxdtw 3 Thmovgs:

* GJAI (mpwteivn yoopoouvdéopov a-1), KoveEivn 43
(CX43), F'ovidiaxnt 0éom 20ql1,

* GIB1 (mpwteivn yaopoouvdéopov B-1), KoveEivn 32
(CX32), F'oviduant 6¢on Xql3.1,

* GIB2 (mowteivn yaopoouvdéopov B-2), KoveEivn 26
(CX26), I'ovidiant 6éom 13ql1-ql12.

H Aertovgylo avtdv Tov momTeiviv elvar Tolh orn-
povixf ®00hg QuOulovy Ty aviailoyi TV LOVTOV
1OL TOV PETAPBOMTOV PETAED TV GARIXDV VDV, ETULOT-
Mor®V #UTTQWV %L eEEmnuTTdoLov YMDoov*. Eniong,
elva oA onpovtirég Yo T dLatQodh ®aw TV evdo-
HUTTAQLOL ETUHOLVOIVIDL TOV GVeEL ayyelwv paxoD!.

MetahhdEelg oTIg ROVEEIVES €YOUV G QTTOTENECUAL
TV dAAQYT) 0T TIRWTEIVING TIQOIOVTQL, LATOQAUOCOVTOG
TO OYNUOTLOUO %L TV OAANAETOQON TWV Y OOUOCUV-
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OOV, ®ATL TTOV OEV ETUTQETEL T AELTOVQYIC TOUS WG
“putTaQurd xaviha”. Emiong, autég ou petaildgelg
€youv ovoyetiolel pe avEnuévn mowtedAVON TV %QU-
OTOAMMVOV, 0ONYDVTIOS OTO OYNUATIOUO RATOQQAXRTN™ 2,

Meupoavixés ngmts‘fveg

O pepPoavinéc momteiveg eivar momTeivind pdoLa, Ta
omoio. ouvdéovtal pe T HEPEAVT TOU ®UTTAQOU 1] TOU
0pyovidiov xaL aAMAemdootv pe avtd. Ol mowTeiveg
ovtég emteholV ToMES Broloyrés Aettovyies, dmmg 1
eEaoddhon g otadeQdTNTOS TWV RUTTAQWV, 1) AEL-
TouYyio Toug g pogta RO HOMAMNONG, WG pﬁuﬁgavma
évoupo, 0g mEmTEivES VTSNS KL WS TWTEIVES pe-
Tapoeds VoLV KoL LOVTOV?.

Axrovamogives (AQPo)

H Aertovgyia twv a%ovanogwwv elvow ToA0 onporv-
T, AVTEG Elval TQWTEIVES EVOWUOTOUEVES 0T UE-
Podvn tov xuttdomv ®at dpmvtag wg xavdiia 0daTog,
ouOuiCouv ™) ot veQol JLAUETOV THG KUTTAUQOTAN-
opotinfs pepPeavns. Ou axovamoives amoteho v
oo 6 duapepPoavinéc a-élxeg pe 0eElboTood OLd-
TOEN ®OL UE TO APLVO-TEMHO HOL RAQPOEV-TEMN®S (xQO
va glval TOTo0ETNUEVO 0TIV RKVTTOUQOTACCLLOTIXY ETTL-
ddvera ™g pepfodvng. O axovamogiveg AettouQyotv
nohteQa o ovvOfreg Yauniig ovyrévtomong aoPe-
otiov »naw og pH 6.5, xovtd dnhadn oto pH touv dpaxrot.
Alapoég otny memtdwri] alinhovyic emmeedLovv to
péyeBog Tou TOQOV %Ol RAT’ EMEXTAOT TO PEYEDOG TV
pooimv mov Oa tepdoovy dlapécou tov tdgov’. Metah-
MGEELC TV axOVATOQLYDV 001 Y01V 08 dLaTaQayh TG
Aettovyiog Toug g “ravéha 1OATOG”, ®ATL TOV EUTTO-
diCer T owoth dianivnon tov 100TOg dLAUEGOV TV
HVTTOQRDV PEUPQAVOV %ol 0O YE(L OTO OYNUATIONO
OLaPpOQWV HORODV #aTOQEAXTY, HTIWS O TETAMMOELONG
%O TOAVHOQPIHOS RATAQQAXTNG! 2.

Evdoyevig pepfoavinm n@(otswn dporov 2 (LIM-2)

Amotehel pio eldunh momteivny Tou paxotd mov Poione-
TOL OTLG OUVOECELS TV Partw®V vdv. Avuti] dpa wg
évag vmodoyéag Tg ®aluodovhivig nat (ows mailel on-
povtrd @O0 OO0 oTNV AvATTTVEN Tov Paxrol 600 xal
OTOV OYNUATIONO RATAQQAXTY. MeTaAldEelg 08 auTtd
TO YOV(OL0 €YoVV OVOYETIONEL PE TO OYNUATIONS HOTAQ-
bmTn?.

Beaded filament structural protein 2 (BFSP-2)

/. < 7 7
AvTtég oL mpmTelveg mou poldovv oav (AvVTQES, ex-
dodloviar pdévo 010 Gaxrd twv oGOUAUDOY wg ruTTA-
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QOTAUONATIREC TTQMTELVES, OTAOTICOVTOL AT TIC TTOW-
telvec puhevoivy (BESP1) naw dpoxivn (BFSP2) xow ato-
TeENOTV povadixnd dopund oToLyElo TOV
®uTTaQooxreAETOV. [IgonimTouy adot €xel aQyioel M
ALahOQOTTOIMN T TWV GARLRDV VDV, AQY XA XOVTA OTNV
HUTTOQOTAAOUOTIXT HERPOAVY AL 0T ouvEyeL Y-
VOVTOL TTEQLOOOTEQO KVUTTOQOTAAOUATI®ES. METAMAA-
Eelg o€ avTd TO YOVidlo €xouv ovoyeTloDEl e veavird,
TEOOAEVTINO HOATAQQAKRTY RO TNV TOUGOAVYDOT ETL-
deguoOAvor Dowling-Meara®!2,

Iagdyovres netayoaodns

OL TaQAYOVTES HETAYQADNG £XOUV €VOL ONUAVTIRG
QOA0 otV guPount) avamTuEn Tov oPpOAALOV Rl pE-
ToAMAEELS 08 avTd T YoVidLo ouyvé TEOROAOUY OUV-
dpopo vmomhaotag Tov  opBaipol. e  autd
meguhapfdvovtal To Yovidlo heat shock transcription fac-
tor 4 gene (HSF4), to oy»oyovidio musculoaponeurotic fi-
brosarcoma oncogene homolog (MAF),t0 yovidio pituitary
homeobox gene 3 (PITX3) xou to yovidio paired homeobox
containing gene 6 (PAX6)*.

To HSF4 ouOpuiCel v éxdooon Tmv momTeiviv Bep-
roU oox %ATW Od %OTOOTAOELS BeQudTNTAS %O
010¢c’. MetahhdEelg o avtd oyetiCovtal, TOOO pe ov-
TOOMUATIXOUG RUQLUEYOVUS HOATAQQAKTES TAQOVTES
OTNV QML TToLdKT) NALkiaL TTOV TTEQLYQADOVTOL G TTE-
ToAoELdE(G, OO0 %L [LE AVTOCMUATIXOVG VTTOAEWTOE-
VOUG HOTOQQAXTES TTOV E(VOL OUYYEVEIS HOL TORIAOVY
a0 adLOLPAVELD TOV TTUQTVOL UE OV LUETOYT) TOV GAOLOD
péyoL ohxn adladavelo Tov poxov!2.

To MAF xwduxomotel pio. momteivn mmov pﬂogsi vaL AeL-
Toveyel mg }.LS‘IZOL’YQOL(I)L%OQ svsgyonommg 1] OTO.0TO-
Moc. H mpoteivny avth) éxel onuavtind gdho ot
QUOLON SLAPOQWV RUTTAQRDV ILAIRACLDV, OTIWS M)
eUPoUIKT] AVATTTUEN TOV GANRIXDV VOV TOV GOxOU, M
avEnuévn evaonoio Twv T-vuTTdEWV 0TV ATTOTTTWON
®noL M TeEMUT SLPOQOTOLNON TMV XOVOQORUTTAQMV.
MetdAlaEn og auTtd TO YoVvidio eivan artio dnuoveyiog
VEOVIROU ROTOQQAKTY 0TS EMONG AL CUYYEVT] RVO-
vOU RATAEQANTY>.

Ta yovidio PITX3 nat PAX6 emnoedlovv tnv avd-
TTUEN TOV GOarOV, IOV ELVAL KQLTIXNG ONUACIAS VIO TO
OYNUOTIONO %O TYV aQyLTexTovirt] Tov ¢paxot?*. To
PITX3 800 0¢ TOQAYOVTOG LETAYQAUDTG RO OUUUETEYEL
0TO OYNUATLOUO TOV GOxOV ®OTA T1) OLAQHELD OVATTTL-
&g Tov®. MetalhdEelg o€ avtd TO YOVIOLO TQORAAOVY
2©oTA ®0ELO MOYO 0T 0010VG TTOMKOVG RATOUQQANTES TTOV
oyetiCovtal e medoOLa TUNUOTLRT LETEYYVUATIXT] OVO-
veveoia (ASMD) siegihapfdavovtog BoleQdtnTa Tov *e-
QOTOELO0VG, CUUPVOELS TNG (ELOAS %L AVUAAlES TOV
omtrot vetgov!2. To PAX6 Aettovyel mg ouOuoTtig

™G HETAYQADNS YOVIdiwV. AUt TO YOVIOLo exdodleTon
0TO OLVOITTUOOOUEVO VEVQLRO GUOTNUO ®OL OTOVG OLVOL-
rvoodpevoug opBalos. MetaAldEels o avtd To yo-
vidLo mov Potoreton oto yowudompa 11p'2, eivar ouyvd
Vet Ovveg Yo avigudio rat Lo Eva xMvind GpAopo Tov
meQLhapPdiver TRO00L0 TOMKO ROTOQQAKTY), AVOUOALCL
tov Peter, avopalio Tov Axenfeld, eEGoBonuo tov
donol, vromhaoio Tov otV VEUQOU, EQATITLON KL
vuoTaypo® 4.

E)ladorés alvoideg gpegortivng (FTL) !

H ¢pegortivn elvor pior onuavTixt evOOXRUTTAQLXT TTQM-
telv) amodnevong oWdfHeov, 1 omoio cuVTIBETOL QTTd
24 vopovadeg amd Paglég xot ehadoléc alvoides dpeg-
ottivng. Mio onpavtixn Aettoveyio avTthg elval 1) oo-
BMxevon Tou o1dNEOV o€ dLoAUTH o UN-TOEWT LoQdT).
MetaAlaEr 0to YovidLo TNng ehadoLisg ahvatdag dheol-
Tivng »ou 1 avEnuévn Exdoaon g, eEontiog Tng aTm-
AELOG TOV EMEYYOV PETOYQADNS, £XEL WG QTOTEAETLOL
vreQdeQOLTIVALIiO XWEIS VITIEQDOETWON GLONQOVY, TV
1QUOTAMWON TNG PEQOLTIVIS 0TO Pand %ol TNV eUPA-
VIOT] OXLAOEWY 0TO GAOLO ROl OTOV TTUQTIVAL TOU Gaxo.
Avto megLygadetal mg oUVOQOUO VITEQHEQQLTLVOLAS
- %ATAQQEAX TN ®ow EYovV mEoTabel 2 mbavol vetOvvoL
pnyoviopot. Iomtov, 1 1woostia thg eAadOLig ®oL Thg
Paouéig alvoidag peportivng mooxraiel abENON TOV LOV-
TV ghelBeQou OLONQOV %Al TOV €VEQYOD OEUYOHVOU
meoralwvtag BAEPN oty Aettovgyia Tov Gaxov ra
0elteQov, | aENON TV ®UTTAQWV 08 QUTA TO EMiTEd QL
deoLTivng (owg 0dnyel 0T CVOOWUATWON TOV TPWTEL-
V@OV TOU Ganov.

Maedyovtes avantvéng wofraoctov (FGF)?

OL o TElvES AUTEC RATEYOVV ONUOVTIRG 0ONO 0TI pii-
TWOT], 0TV RUTTAQLXY] EMPiwon ol ovoyeTiCovrol pe
pto wowrthior PLohoyn®v dLodmactdv, OImg 1 EUPQuInt|
OVATTTUEN, 1 AVATTVEN TV RVTTAQWV, 1) uogq)oyév-
vnon,m sm(msun TV LOTMOV 1AL 1] AVATTVET TOV GYROV.
Avtéc oL mowtelveg eivar évog mOavog emOnAandg
©0OTTOQO-ELOLROS TTAQAYOVTOG OVATTTUENG %o 1) UETAA-
MEN Tov Yovidiou Tov avEnTnol mopdyova tvopia-
oTOVS €xelL ovoyeTofel pe v euddvion ovyyevi
NOTOQQAXTY).

Magedyovtes Kivovvov Engavions Katagedxtn

¢ [ToAD yapnAo Bagog yévvnong (<1500 yoa.) oyeTi-
Cetal TO0O Ue €TeQOMAEVQO O00 %Ol UE AUpOTEQOD-
TLEVQO RATAQQAXTY], EVD TO XOUNAO BAQOG YEVVNIONG
(1500-2499 yooau.) oxetiCeton povo pe apdoteQdmhevQo
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1OTOQEANTN .

* [Teguyevvnund yeyovota, aiteQa 1 vIToyAur Lo,
1 vro&ia, N vrobeguia, N mooexrhapio xabbg nou o
dlataQayés Tou HetafoMopo’ ToV CoxYGQOU OTIS |-
T€0ES TV TTALALMV, £XoVV avadpeOel bt oyeTiCovTa pe
OUYYEVT] HOTOQQAKTN'S.

* AvEnpévn ovyvotnta ratoedxrtn FeEOnre vo oye-
tiCetaun pe wremh andéotaon dofimong amd egyootdola,
ooTEPQWTNEES noL £V UOLKOV aeQloV, YEYOVOG TTOU
vrodnidvel pia mbavi ohvoeon e ToEwd mEoidvVTA
ravong'.

* "ExeL ovadpe0eil 1) oy£on tov ovyyevi ®otaedxT
LE TNV ROTATOON CUYREXQLUEVWY OVOLDV RATA TN LAQ-
%€, TG eyrvpooiving. ‘Etol puntéges mov émougvay av-
TemAnmukd  dpdopaxo (Y.  yropmosmevrivn)l,
ddopaxa Yo vrrodveeoedopd (t.y. Oveokivy) ko av-
TimeQToond pdouana (o8 cuvOvaoud pe THY AQTH-
owaxt] Ymégroaon), Omwg emiong muEeTol ®ATd TNV
EYRVUOODVT £YOUV TTALQOVOLACEL AVENUEVT] GLUYVOTNTO
RATAQQEANTY OTO. TTOULALG TOVG'®.

o AMa BovG Gaopaxo xaTd T SLdoxeLd TNG eYH Y-
LOGUVNG IOV EVOYOTTOLOVVTOL YLOL CUYYEVT] HOTOQQAKTY
elvan 1 parvoPoagPrrovi, to faimoowrd vATELo, 1 aTE-
vohOAn, M dlovoEetivy 1 vOoyAwExh, 1 Bormo-
voaivn Omwg xor M aomEivy, M omoia mMBovov va
evOiveTal yio eppdvion opdoTeQOTAEVQOU ROTOQQA-
%nn'e.

* Enlong, Poébnue 6TL yuvaineg mov elyav éufoua pe
€TEQOTTAEVQO HATAQQAATY OVEPEQAV TEQLOCOTEQO
ouY VA TN X0TON OAXOON %Ol TAQAVOUWY OVOLDV KOTC
T SLGQAUELD TNG EYHVUOOVVNS XWQIS auTd va elvar ota-
TLOTUA ONUOVTLRO.

* Téhog, opOalunréc avouarles, WEIG CVOTNUOTLRES
dratagayéc, eival 3 Goeés mo ovyvo v TQORAAETOUY
€TeQOTAEVQO T’ OTL O POTEQOTAEVQO ®OTOQEAxTY. H
LxodOaA Ui ROl 1) TOHQOUOVT TIQWTOYEVOUS VITEQIAML-
otrol vahoedoic elvar oL o ouyvéc opOaluxés dia-
ToQoXéc ME AUPOTEQOMAEVQO %Ol  ETEQOTAEVQO
RATAQQANTY AVTIOTOLY QL.

Avtiohoyia

Ta mo ouyvd attia Tov ouyyevT) xotoQEdxTy etva' 18

* Ou evdounToLes AoLtumEelg

* Ta petafolnd voonuata tg UNTéeag 1 Tov e~
Botou

* Ot opOahunés diapapties mel T dtdmhoon

* O yowuooWMuKES daTaAQAYES HOL HANQOVOUARE
olvdgopua

* H Aqym paoudrwv

* H axtvofoiia

* AXM\oL eEmTEQIXOL TOQAYOVTES (TTY. TQOVUATILOS XOL-
TAQAXTIG)

22

e Al aftio

Ou 7o ouyvég evdopnToLeg AOLUMEELS 1oV TTQOdL0OE-
TOUV 0€ avATTTuEN ®otaedxTn elvan'*2:

* 1] ovyyevig eQubd (o ouyvi) ®al ouvodeleTal
o7td vuotayud, oteofLopd, 00AMOELS TOU REQATOELDT,
pxgodpOaiuio, YAohnmpa xot aALOLOOELS TOU Hueldy-
¥o0v erubnitov dixnv alatominmegou

* 1 1h0Q4G,

* 1] AVELOEVAOYLA,

*  égrng Cwotiag,

* 0 ammhOg €QTNG,

* 1) nratitda,

* 1 AOLUMONG HovoTTUETVION,

* 1 oUPLAN,

* 0L eviounToLES AOLUMEELS atd TOV

peyaroruttaQrd 10,
* 10 TO0EOmAAONL,
* 010G ™G ToAOpVELTIOOG.

Ta mo ovyvéd ovdgouo mov oyetiCovrar pe avgn-
HEVY CUYVOTNTO OVATTTUENS HOTAEQAXTY elvan'-122:

* 70 00vOQopo Down (Touywpuia 21) pe ovyvég opOah-
LrES EXOMADOELS TOV REQATORMVO, VUOTAYUO, OTQOL-
ouo, otevouévn uecofreddola oot pe Ao&f mpog Ta
v Goed, Predpagitida, avorytdxomun (Lo e %1-
MOeg (vnhideg Tov Bryshfield) o thv vimif puomia,

* 10 00dQopo Turner (Movoowpio X), mov ocuvodeve-
ToL a7td TOQAAVTIRO OTQALLONO

* 70 00vOgopo Edwards (Tolowpio 18), pe opOaipo-
AOYLHEG EXONADOELS TO YAADROUO ®OL TV ATQOdI0 TOV
0OTTTLHOV VEVQOU,

* 1 yovdpoduomhaaia,

* 70 00vdpopo Patau (Towowuia 13), tov ouyvd euda-
viCetou pe uxQodpOaipo, duomhacia tov apppinotgo-
ewdn, nohdPfwpa g (QWAg oL TOv ARTLVWTOU
OMUOTOG,

* 10 0vdgopo Cri du Chat, tov cuvodetetol amd emi-
xnavBo xaw avipoyyohoeldeis fredagirés oyloptc,

* 10 opOaipo-eyredpalo-vedpound oivdgouo (Lowe),
mov yapaxtneitetar amd uxgodanio, yhadxmua ot
06Lmon Tov xnegatoedoic,

* 70 o0vdgopo Cockayne, pe exdnhdoelg amd to PuHo
™V exdOMON Tov pENGYXQOoU emBONAiov koL TNV %1)-
01 eLPAVLOT TOV OTTTLROT VEDQOD,

* 70 o0vdpopo tov Hallerman-Streiff-Francois.

And tg opBaiunéc dapagties evoyomolovTol mte-
QLOOOTEQO YL TNV EUPAVION RATAQQANTN !

* 1 uxgodBalpia,

* 1 oporVOTLVOUQLa.,

* 10 ®OMOPua TOV paxo,
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* 1 aviLdia,
* 0 TRHOOLOG kAL 0 OTHOOLOG ParORWVOG.

To mo ovyva petafoixd voonuoto mov oxetiCoviol
1 ®otoQodxtn eiva 116

* 0 COxXYUQEMING OLafNTNG ROl O VITOTAQAOVEEOELOL-
OpOG TG UNTEQULS,

* 1 vtoyAuxoupia,

* 1) vtooPeoTionpiol,

* oL duaTapayés LeTa oMol Tov YOArOU

* 1 yohaxrtoloupio elvar 1 ®Angovouxt drotaoym
AOTA TNV OTO(0L VITAQYEL AU VAL LETATQOTTNG TG YO.-
Aantding og YAurotn. O yohontolounds ®aToQQd-
®tg  eppovitetor  TOO0 08 OVETAQXELD TN
YOAAATORIVAONG OGO ROl 0TIV RAAOLXT YOAOXTOC OO
(avemdonela Thg ovLdvAoTQUVODEQdOoNS TS 1-dpw-
opournc eE6TNg, mdbnon mov cuvodeteTal amd nra-
toueyohia,  ulgowon  tou  Mmotog,  (mtEQo,
vaAaxtofovia, Aevrmpatovgio ®ol xo0voTéQNon TNg
ovamtuéng). H agpaipeon g yohaxrtdtng amd T dia-
TOd1) TOV VEOYVOU £)EL WG ATOTEAETILAL TNV VTTOOTQODT
TOU ROTOQQANTY.

Oogiopéva dpdopano av yoonynboivv ocvoTnuoTind
OTNV £Y%UVO0 YUVAIRA AT TOUG TQDTOVG UIVES TNG €Y-
AVUOOVVNG, UTOQEL Vo TQoxraAETOVV naTaQdxTY. Té-
Tola elva!

* Ta #0QTIHO0TEQOELDT,

* Ou pavoBeralioeg,

* Buitapivn A,

* Oglopéva avtflotirnd (rty. covApovaides).

H axtivofolio X otnv megoyf g muéhov ®atd to
TWTO TQIUNVO TNG EYRUUOOUVNG E(VOL RUTAQQAXTOYO-
vog Yo To £ufeuo®.

Téhog, GAla aitia mov oxetiCovial pe ouyyevi ®o-
TaQQAXTH elvaun:

o SneleTinég mabNoeLg 1] OVOUOAES TOV LUV TT.Y.
Z{vdopo Stickler xow Mvotovirt] duotgodia,

¢ [TaBnoelg Tov Kevrourot Nevouwol Zvotipotog
.y Z0vdgopo Norrie,

* Agouotinég avmpalies my. Zuyyevig wyOvaon, In-
continentia pigmenti,

* Avopaiieg Tov mgoommov .. ZVvdgouo Nance-
Horan cataract-dental.

[Moola avtd, OTLS TEQLOCOTEQES TEQUTTMOELS 1) OlL-
Tworoyia elvon dyvootn. H mhetovotnto tov megurtom-
oemv eivar omoQadrés (epdaviCovral yio memty poQd
OTYV OXOYEVELDL) EVD OL XANQOVOUNXOL RATUQQANTEG
HANQOVOUOUVTOL CUYVOTEQO LUE TOV OUTOOMMUKO ETTL-
NQOTH] (OQUKTIQM, EV(D UE OQUTOOMIUAO VTOAELTOUEVO

1 dpvrooivdeto Timmo petafipatovral mo omdvia?!.
‘Ooov apoed TV 0%£01 OITIOMOYIOG X0l TOV OV TTQO-
opahhovtal xow oL 0o odpOauol £xel Poedel mwg oL ete-
eOmAgvQoL  xataQEdxteg elvalr ovviBwg Tuyaio
TEQLOTATIXA TIOV OYETICOVTAL e AAAe 0dOaAHOAOYIHES
ovopohies, Toatpa 1) evdouftolo Aoipmen. O apdote-
QOTAEVQOL HOTAQQANTES Elval oVVIHOWS #ANQOVOUOU-
pevolr xal oyetiCovron pe dlheg mabnoews (my.
vIoYAVRAia, TOLoMULa, puotovird] dvotgodio x.o..)!8 .

CONGENITAL CATARACT:
CAUSES AND PATHOPHYSIOLOGY

A. Diafas’, D. Papadopoulos’, T. Siempis’,
A. Kakavouti - Doudou?

1. Laboratory of Experimental Ophthalmology, Aristotle University
of Thessaloniki.

2. Ist Ophthalmology Clinic, AHEPA University Hospital,

Thessaloniki.

Abstract

Congenital cataract is called a cataract which is present at
birth or appear in the first year of life. Childhood cataract is
called a cataract that occurs after the age of 3-4 years. The
congenital and infantile cataracts, although infrequent, are
a major cause of impaired vision and blindness in childhood,
as well as lead to the development of amblyopia. For this
reason it is important to prevent pediatric cataract either
through primary prevention (eg through vaccination pro-
gram against rubella) or through early diagnosis.

Key words: congenital cataract, infantile cataract, ambly-
opia, morphology of cataract.
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