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N EIZATQrH

H atpikn} eEehixBnke dpauatikd Tov TeAeutalo aibva. Amo téxvn Tng (a-
ong, omou 1 eEdoknon TG Baotldtav otV TIPOCWTIIKY| EUTELQ(A, TIOU Le-
Tad{dovrav ard Tov va ylaTpd OTovV MOMEVO He pia auotned TVEUUaTL-
Kr) telBapxia, eEeNixBnke oe emaotnuoviKr ueBodo. AUTr| N TIPAKTIKY] do-
KIuAdetl v eykupdtnTa Jiag undédeong 1 v npodpAen yéoa amnd 1o
nelpapa, ™ Bdon Twv olyxpovwv eEeNEewv ota emnimeda TG GUOLOAO-
yiag, pikpoBloloyiag, Bloxnuelag kat papuakoAoyiag.

AuUTEQ o1 eEeNEelg ametéheoav T BAon yia vEeq dlayVwOoTIKEG Kal Bepa-
TTEUTIKEG TIPAKTIKEG Y1 TNV VOCO Kal TNV acBévela, UEXPIG GTOU TIpWTOTIO-
001 TIAPOXOL KA ETTAYYEAUATIEG UIOBETIOOUV TNV XOrj0N TOUG [E ETITAaXUVO-
pevo pubuo ot dldpkela Tou 21ou awwva. Meéxpt n dexkaetia Tou 1980 yia
MapAadelyua 1 katavénon TG MopLakng BAONG TNG YEVETIKNAG elxe TIpoXw-
proel dPAUATIKA Kal N Tedod0g 0g AuTS TOV TOPEA ATTOKAAUYE VEEQ Kal
OUVAPTIAOTIKEG SIACTACELG YA TNV KATAVONOT TWV TUTIKWV YEVETIKWY VO-
ONUATWV (T1.X OPETAVOKUTTAPIKY) avalpuia) aAd Kal TIEPITTAOKA YeVETIKA
XOPAKNELOTIKA (T1.X. Urtéptaon). Ol YVWOELG OXETIKA pe TV aMNnAentidpa-
on ueTagy yowdiwv kat TiepiBEAoVTOog, Ta orola aveEdptrta enmpedlouv
TO UN-KWAIKOTIONTIKG Yovidiwpa, €6ecav TIq BACEIG TNG ETILYEVETIKNG.

OrnAlopévn e pa molkiNia and euaiobnTeg kat akpBe(q HOPIaKeS Te-
XVIKEG, N oUyXpOovN laTPIKK TIRAEN TTpooTabel va TIPOOPEPEL TO HOPLAKS
UNOOTPWHA TWV TTOAUTIAOKWY TIABOPUOCLIOAOYIKWMY UNXAVIOU®Y Kal va
avayvwp{oel Tov aveEAPTNTO aTopiké Kivouvo yla ta kowvd voorjuata. Ia
mv TAYEN Katavonon Mg HoVIEPVAG 1ATPIKAG, KAVIKol dpol Baoifovtal
OAOEva Kal TIEPLOOGTEPO OTNV AETTTOHEPT] KATAVONOT TWV KUTTAPIKWY Hn-
XQVIOUWV Kal og Gpdppaka akplBelag mou dlatapdooouy Toug SOUIKOUG
otdxoug kabopilovtag v poplakr) Bdon g véoou. Ta arnoteAéoparta
HEYAAWY KAWVIKWOV epeUVAV He PeyAAn avtanokplon oty Beparela 6a
eEeAlxBouv TBavwg oe TPOoWTIONOINUEVN LATPIKY, KaBop{lovtag oo
IO QTIOTEAEOUATIKY TN Beparteld yla OUYKEKPIUEVOUS UTTOTIANBUGCLOUG
aoBeviv. AUuTO TO elOAYWYIKG KEQAAALO TIPOOGEPEL LA ETILOKATINGT au-
TWV TWV OUVOETWV KAl TAXEWS AVATTTUOOOUEVWY Beudtwv Kal ouvowilel
TG APXEQ TNG HOPLAKNG LATPIKNAG TIOU MIONUAvVOVTAl 08 OUYKEKPLUEVA
onuela oto Keluevo.

B AEZOZYPIBONOYKAEIKO OZY KAI TONIAIQMA

‘OAol ol opyaviopol €xouv éva TPATUNo PetaBiBaong Twv CwTIKWY TIAN-
POPOPLAV TIOU TIEPLEXOVTAL OTO Yovidlwua KABe edoug, oTIq endueveq
yevegq. Ta avBpariva KUTTapa €xouv 23 CeUyn XPWwHOoOWUdTwY Kat Kd-
Be Celyoq Tepléxel pla povadikr) aMnAouxia yeveTikng Anpogpopiag.
310 avBpwrivo yovidiwpa, mepimou 6x10° voukAeotidia- 1y 3x10° {elyn
VOUKAE0TIO{WV- oxnuatiCouv pia dumAn élka. H edikdtnta tou DNA ka-
Bopicetal ard v alMnAouxia Twv BAcewv Tou anobdnkeyovtal Ye oup-
TANOWUATIKY Jop®r] otn dour) TNG dIMAIG €Akag. To yeyovog auto dieu-
KOAUVEL TNV emdlopBwon Aabwv TG akoAouBiag Kat TIApEXEL Eva Unyavi-
opd yia TNV avilypadr TG YEVETIKNG TTANPOQOopIag KATd TV KUTTAPIKY
dlaipeon. Kdbe ahuoida DNA mapéxel €va mpdturno avilypagng, Tou
emtuyxdveral péow Twv DNA-eEapTipevwy TTIOAUPEQAOWY, Ol OTToleg Ee-
TUAiyouv 1o dikAwvo DNA kal avttypd@ouv kdbe JovokAwvn aAuoida pe
a&loonuelwtn akpiBela.

Me e&aipeon Toug yapeteg, OAa Ta kUTtapa efvat SIMACELDT), TTEPLEXOUV
OnAadn JMAS aplBS YVEVETIKWOY LOVAdWY, TO HUIOU TwV omolwv ovoud-
Covtal amhoedng aptbudg. H yevetikr| TAnpogopia Tou Tepiéxeral ota
XPWHooWHATa eival Jolpacuévn oe dakpTd Astoupyikd otoixela (Aet-
TOUPYIKEG HOVADEG), YWWOTd wg Yovidia. ‘Eva yovidlo eival pia povdda
aMnAouxiag Bdoewv, n omola (extdg ehaxiotwy eEAPETEWV) KWOIKOTIOL-
el pa ouykekpluévn ToAUTendIKY) aAMnAouxia. Nedtepa dedopéva del-
XVOUuV Tl HIKPd, un kKwdikoromnTikd pépta RNA maifouv kaboploTikd pd-
Ao OV €KPPAOT auTg TG ouolwdoug TIAnpopop(ag. Eva exTipuwpevo
uéyebog g Taéng Twv 30.000 yovidiwv aroteAel To avBpwrtivo yovidiw-
Ha, Ta oroia efvat didonapta avapeoa oe TIEPIOXES TIOU deV KWIIKOTIOL-
ouv pwrtelveg Kal Twv oro{wv N Aettoupyla dev efval akdua yvwotr. INa
napddetyua, pn kwdikorointikd RNAs (.. uetagopikd RNAs —tRNAs,
piRoowpikd RNAs-rRNAs, didpopa dMa pikpd RNAs) aroteAolv pépn
€VCUUIKWOV OUUTAGKWY OTIWG ToU PIBOCMUATOG KAl TOU JATIOHATOOWUA-
T0Q (spliceosome). ‘Eva xpwudowua meptéxel katd uéoo épo 3000 ue
5000 yovidia, Ta oroia TolkiAouv oe pgyebog and 1 xiloRdon (Kilobase-
kb) péxpl 2 peyapdoelg (megabases-Mb).

B ZYNOEZH TOY PIBONOYKAETKOY OZEOX

H petaypaor) 1) ouvBeon tou RNA, eival 1) dadikaoia petaBifaong g
Anpopopliag mou meplExetal oto Tupnvikd DNA oe éva evdildueco po-
plaKo €idog yvwotd wg ayyehlopopo RNA (messenger RNA- mRNA).
Auo Bloxnuikég dlapopeg dlakpivouv To RNA and 1o DNA. H moAupept-
Kr) aAucida aroteleftal and odkxapa pRAING Kal éxt deco&uplROINg
OUVOEDEUEVWV e dwOPodIeTTEPIKOUG dECUOUG Kal N BACN TG OUPAKI-
Ang avtikaBiotatal arnd m Bdon Bupivng.

H ouvBeon tou RNA aré 1o DNA peocohaBeftal arnd tpia dlapopeTikd
eidn RNA moAupepaocwv eEaptwpevav and to DNA, kdfe pia amnd tig
oroleq eival €va oUUTIAEYUA TIOAM®Y UTTOMOVADWY e JlaKPITH TTIUPNVIKY
evromion Kal eldikdTTa unootpwuarog. H RNA toAupepdon |, evrorile-
TaL OTOV TIUENVA KAl KATEUBUVEL TN LETAYPADT) TwV YOVIBIWV TTOU KWIIKO-
rolovv Ta 188, 5.8S kat 28S piRocwuikd RNAs, ta orola oxnuatiCouv éva
LOPIAKO OUUITAEYUA e KATAAUTIKEG Kal DOUIKEG AEITOUPYIEQ UECA OTO PI-
Béowpa. H RNA moAupepdon Il, evtoniZetal u€oa oto mupnvomAaoua Kat
Kuplwg petaypdeel pddpoua petdypapa mRNA kal pikpd uépta RNA.
To kapBoEutehikd dkpo g RNA moAupepdong Il tpororotettal povadi-
KWG We pa MpwTeiviky rieploxr) 220-kD, 1 omola efval To onuelo g eviu-
MIKAQ KatdAuong katalomwy oepivng kat Bpelovivng HEow g PwoPo-
puNworng Toug. ‘OAa ta mpddpopa popla tRNAs kabwg kat dGAa poépla
rRNA ouvtiBevral and v RNA rnoAupepdon Il oto mupnvomAaoua.

Ot RNA moAupepdoeg ipogpxovtal ard mpddpoud PeTdypapa Tou
TIPETEL VA XWPLOTOUV € UTTOHOVADEG TIPLV UTTOCTOUV TIEpAITEQPW dlepya-
ofa kal ouvappoAoynBolv pe TIG PIBOCWUIKEG TTPWTEIVES 08 UAKPOWO-
PLaKA oUPTAEypata. H pIBOCWIKY) QPXITEKTOVIKY) KAl DOMIKY) akepaldtn-
Ta pogpxovral and v deutepoyevr Kal Tpttoyevr) dour) Tou rRNA, Ttou
akoAouBel pla oelpd avadimADoewV TIOU TTEPINABAVOUV UIKPES OikAW-
veg Teploxeg. Ta mpddpopa poépta tRNA uolctavtal otov nupriva apai-
peon Tou 5 dkpou, HATIoA HIag E0WTEPIKNG IVTPOVIKNG aAAnAouxiag kat
TEOTIOTOMON TWV TENKWY KATAAOITIWV.

Ta npddpopa pépla mMRNA rapdyovtal otov Tuprva and v DNA-
eEaptwpevn RNA moAupepdon Il, n omoila avitypd®el TNV avTl-VonuaTikn
aAuo(da g dmArig €Aikag Tou DNA yia va ouvBEoel pia HovOKAWVN aAu-
o{da mRNA mou efval mavopoldTummn Tng VonuaTikAg aAucidag tng dt-
ARG éAikag Tou DNA e uia diadikaoia Tou Aéyetal yetaypadr] (Eikéva
1-1). To apxko, avwpipo MRNA mpwta unoBAMeTal og Tpororoinon
ota 5 kat 3 dkpa. Mia eldikr| VOUKAEOTIOIKY) SO TIOU OVOUAZeTal KAAU-
TTEa TpootiBetal oto 5° dkpo, n onoia au€dvel Ty Pdodeon oto PRS-
Owua Kal evioyxUel TNV anoTeAeoUaTIKATNTA TG peTdppaong. To 3 dkpo
TpormomoleTal pe v apaipeon mepimou 20 voukAeoTidiwy, akoAouboU-
Hevo amo TNV MPooOrkn UIag MOAUVOUKAEOTIDIKTG aAMnAouxiag Tou Te-
PLEXEL LA OpOLOHoP®N oelpd amod Rdoelg adevivng, v enovoualouevn
TTOAU-A oupd Ttou otaBeportotel To mRNA.
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Eikéva 1-1. Metaypagn. To yevopé DNA anewoviletat pe tg
AaANAOUX(EQ TOU EVIOXUTH Kal TOU avagtoAéa oty 5° meployr
TP TNV TEPLOXT TOU UTIOKWVNTH, 0TV omoia mpoadEvetat n
RNA roAupepdan. H rieploxn €vapéng me petaypagng arnetko-
viletal petd v mepLoxn TOU UTOKWVNTY KAl auTh 1 TEPLoxn
akoAouBeitat and ahAnAouyieg e&oviwv mou dlakorroviat ano
aMnhouyieg wrpoviwv. Ot mponyoUpeveg aAnlouyieg peta-
ypagovtat n pia pe mv aAAn ané mv RNA roAupepdon.

ErunpdoBeta e Tig aMayEg Tou oupBaivouy
oe 6Aa ta popla mRNA, uropel va ocupBouv kat
TePLOOOTEPO EKAEKTIKEG TPOTIOTIOMOELG. Emeldn
KdBe yovidlo TepiExel eEdvia Kal vtpdvia Kat To Tipddpopo pépto mRNA
peTaypdeetal xwpig va dlakpivovtal Ta épla eEoviwv-vTpoviwy, autd To
QVAOPIKO Urvupa TIPETEL va TportoronBel wote dAa Ta eEévia va evw-
Bouv pad{ oe pia owotr oelpd. H dadikaoia Tou patioparog, 1y n apaipe-
On TWV IVTPOVIKWY AMNACUXIAOV Yia TNV TTapaywyr| Tou dptpgou mRNA,
elval pia eEalpeTikd MoAUTIAOKN dladikaoia Tiou TiepIAauBAvel Tov evold-
MECO OXNUATIONO TOU EMAVACUVOEOCWHATOG (Spliceosome), To omolo ef-
val éva peydAo oUunAeypa aroteAoupevo amnd uikpd rupnvikd RNAs kat
eIdIKEQ TIPWTElVEG, TTIOU TIEPIEXEL €va BPAYX0 1) dopn “ Adoou” Tou Tiept-
AapBdvouy To vIpdvio Tou Ba apalpebel. MOvo peTd TNV oAoKAPwoN
TOU UaTiopaTog, KATaAUTIKY) dladikacia Trou arartel v udpdAuon TPLpO-
opwPIKAG adevoaivng, To wptpo MRNA eival oe 6€on va petakivnBel and
TOV TIUENVA OTO KUTTAPOTAQOHA, OTIOU N KwAIKOTIOMUEVN TIAnpogopia
Ba petappaotel oe MPWTElvN.

To evaMakTikd pdmiopa efval pia dladlkac(a yia Ty anoTeAEopaTIKY
Snuoupyia TTOAMAMAGY YOVISIAKWOVY TTPOIGVTWV TTIoU CUVriBWS XapaKtnol-
Covtal amd LOTIKY EOIKATNTA, avartuElakr| ékppaon Kat aboAoYIKY| Ka-
Tdotaon. To yovidlaké pdTioua eMTEENeL TNV EKPEAOT) TIOM®Y LOOHOoP-
PWV, aUEAvoVTag €10l TO PEMEPTOPIO TNG MOPIAKNAG TIOKIAIAG. Me gvav
TPOXEPO UTIOAOYIOUS, TO 30% TwV avBp®OTIVGV YEVETIKOV VOONUATwY
TPOKUTITEL Ao 0PpAAUATA OTO pdTiopa. Ta dplua pépta mRNA eE€pxov-
Tal érelra and Tov muPrva yia va EEKIVIOEL N JETAPEAOoN 1) 1) UETATPOTH
Tou pnvuparog Bdoewv oe moAurermtidlo (Ewdva 1-2). Na oplopéva yovi-
dla, povordtia evaAaKTIKOU PaTiopatog (.. eVAAAAKTIKE povortdria
ouvappoAdynong Twv egovimv) AapBdvouv xwpa Kal oto eninedo g
METAPEACTIKNG puBuong. H avakdAuyn tou kataAutikou RNA, mou eri-
TEEMEL auTO-KaTeuBuvopEevo UdTiopa, mpowenoe v droyn étt To RNA
elval ekpaye(o yia v peTaypagry Tou YEVETIKOU KOdIKa aMd Kal Tautd-
Xpova évCuuo (BAETE LeTaypagIkr puBuion).

H npwrteivikr) ouvBeon, 1 petdppaocn tou mMRNA, AauBdvel xwpa ota
plBoowuara, Ta omola eival HAKPOHOPIaKA CUMMAEYHATA TTPWTENV®Y
kat rRNA evtoriopéva oto KuttapdmAaoua. H petdppaon apopd v
HETATPOTIA TOU YPAUHIKOU KOOIKA TwV KwdKoviwv oe auvo&éa. ‘Evag
kwdlkag anoteloUpevog arnd 4 Bdoelg apdyel 64 mibavouq TpImAoug
ouvOUAOoMOoUG (4 X 4 x 4) TTou avtiotolxouv oe 20 dlaPOPETIKA AuIVOEEQ,
TTOAG and Ta ormoia KwdlkorolouvTal and MeploodTepeg and pia Tpt-
MAETeq Bdoewv. Ma v arnokwdikoroinon Tou MRNA éva pépto mpo-
oapuovéag (tRNA) avayvwpilet To Kwdikévio Tou mMRNA péow Twv
OuUpMANPwHATIKWY Bdoewv Tou avil-kwdikoviou Tou meplExel. Kabe

o)

GGG

G

UGC
| AUG | ucG | ACG | CCC | UcG | AUU | GUA |

AVTIKWOKOVIO

| Avouytd Thaiolo avayvwaong
Kwdwkovio

Eikdva 1-2. Metdppaon. To avoyté mhaiolo avdyvwaong eveg wptlou ayyehlopdpou RNA
anewoviletal pe ta KwdKovid tou. Ta petapopikd RNA arelkoviovtal pe ta oUMANpwpatt-
kG avtikodikovia kat Ta apvo&éa Toug. Mia pkpr|, avarttuogopevn mohunemtdikn akuaida
anewoviletar emiong. A: adevivn, C: kutoaivn, CYS: kuateivn, G: youavivn, MET: pebetovivn,
PRO: mpoAivn, THR: Bpeovivn, U: oupakihn.

Evioxumg Avaatodéag

)

RNA molupepdaon
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Neploxr) Tou unokwnm

Meploxr vapgng mg petaypagriq

tRNA €xel éva povadikd auvo&y mou avtiotolyel oto avti-kwdikdvio (Ei-
Kéva 1-3).

H petdppaon Tou expayeiou Tou mRNA mpoxwpdel Xwpig TNy dlako-
T} TOU UIN-€TUKAAUTTTOHEVOU KWOJIKQA, e Tn BorBeta Tou rRNA otn unxa-
VI OUVAPUOAGYNONG ToU ovopdZeTal piBO0WUA- OUCIAOTIKA [id TIOAUTTE-
udIkr) oAupepdon. Yridpxel Touhdxiotov éva tRNA yia kdfe éva amnd
Ta 20 apvo&ga, HOAOVATL O eKPUAIOUOG TOU YeveTIKoU KWdIKa auEdvel
Tov aplBud twv dlabéoiuwv tRNA popiwv kal heTplddetl Ty ubavétra
npdéwpeng AMENg g aAuoidag evad TapdMnAa eAattdvel Ty mbavétnta
KATAOTPOPIKWV CUVETIELWDV ATIO TIG ONUEIAKEG METAMAEEIG. Me Tnv Kka-
TAMNAN evlupaTtiky) dpaotEldTnTa OTO PIROCWUA EVOVOVTAL TA AWIVO-
&€a pgow g dnuoupylag mertdikoy deopoy, eAeuBepivovtag otn ou-
véxela 1o tRNA

H mpdodeon Twv apvoEEwV OTnV avarntuoodpevn TIOAUTIETTTIOKY) aAU-
o{da avtikatorTpilel To TEAKS Yeyovog OTnV HETATPOT TNG TANPOQO-
plag mou Teptéxetal otnv aAAnAouxia Tou mupnvikoU DNA oe wplun
npwteivn (DNA — RNA — mipwteivn). Ot pwrtelveg elval dpeoa unetbu-

Owopopullwpévo —>=5'p
5apo B

DHD B\ I Cf“““

uetapAnTog
Bpaxiovag

OnAid Tou avtikwdikoviou

Eikdva 1-3. Aeutepoyeviig dopr tou petagopikod RNA (tRNA). H dopr tou kaBe tRNA €€u-
rmpetel g €va TPO0apHOOTIKG HOPLO TIOU avayvwpilel va GUYKEKPLEVO KWAIKGVLO Yia Ka-
Be apwvo&l kat to poaBETeL oV MoAUNENTdIKT aAuaida. Mepimou ot pogg BAoelg g Ho-
VOKAWVNG PLROVOUKAEOTIOKAG aAuaidag oxnuatiouv udpoyovikoUg deapous kat oxnuati-
{ouv BT\ €AKa 6nwg €va TPIYUAAL To 5™ Akpo elval pwopopuNwpEVO Kal To 3° akpo Tie-
PLEXEL JLa UBPOEUAIKT opdda evwpgvo e €va apvogu. H BnAeld Tou avtikwdikoviou Bpioke-
Tat oo péoov tou popiou Tou tRNA. C: kutoaivn, DHU: dwdpofuoupdivn, G: youavivn, UH 2,
Owdpoouptdivn, W: Peudooupdivn, T: piRoBupdivn, U: oupakiln. (Aedopéva and toug Berg
JM, Tymoczko JL, Strayer JL:Berg, Tymoczko, and Strayer’ s biochemistry, ed 5, New York,
2006, WH Freeman.)



VEG YIA TO OXNUATIOUS Kal TNV Aettoupyia evog opyaviopou. Avwuaiieg
otnv dopn NG pwteivng 1 T Aettoupyia g Adyw alaydv oy npw-
ToTayr auvoEIKr akoAoubia eival To dueco afTlo yia HETABOAEG OTO (al-
VOTUTIO, SLIAPOPETIKEG OPPES TOU OTto{ou opiCouv T véoo.

H avaotoArj g ouvBeong tou RNA eival évag kaAd avayvwplopévog
UNXAVIOPOG OUYKEKPIUEVWY TOEWVADV Kal avTIBLOoTIKWOY. H Tofikétta and
mv €yxuon Tou dnANTNPELHdoUG pavitaptol (Amanita phalloides) yia ma-
pddetypa, odnyel omv aneAeubepwon g To&ivng a-apavitivng, evég
KUkAkoU oktarertidiou ou avaotéMet Tnv RNA moAupepdon Il kat e-
nodiCet v erprjkuvon tou RNA. To avtiBloTiké akTtivopukivn D Tipoodé-
VETAL e peydAn ouyyévela oto dikAwvo DNA kat mapeuBAAeTal uetagu
Twv Bdoewv, arokAelovrag Tig RNA moAupepdoeg-eEapTwueveg arnd To
DNA Kal TNV eKAEKTIKY) QvaoToAr] TG HETaypadng. Meplkd avtiBlotikd
avaoTéNoUV TV PeTdgpaon. Ma mapddelypa 1 auovoyAukoo(dn ma-
pepBAMeTal oy aMnAemtidpaon MRNA-tRNA ueta&u kwdikoviou-avtl-
KWOIKOVIOU eV 1) EPUBPOMUKIVI KAt N XAWPAUPAVIKOAN avacTENEL TO
OXNUATIOUO Tou TEMTdIKoU deapou.

N EAETXO0X THE FONIAIAKHE EKOPAZHE

Emiokomnon

H otiyur}, n dldpkela, n evrdron kat To Yéyebog NG YovIDIaKNG EKppa-
ong elvat 6Aa onuavtikd otolyela otnv TIOAUTIAOKN eIKOVA TG KUTTAPIKAG
Hop®rig Kal Aettoupyiag mou eAéyxetal amnod To yovidiwpa. H yovidlakn
EKPPAON aVIIMPOOWTEUEL TN PON TNG YEVETIKNG TTANPo®opiag amnd To ek-
paye{o Tou DNA ota petdypapa tou mRNA kat Ty diadikaci{a g petd-
PPAONG 08 WPEIUN TIPWTEVN.

Téooepa enimeda opydvwong eUMAEKOVTAL OTNV EVOPXNOTPWON TNG
YOVIBLAKNG EKPPAONG OTO YovId{wua Twv BnAacTikdv. Autd efval oL peta-
ypagikol mapdyovteg, Ta RNAs, n dour| g Xxpwuativng kat dldpopol
eTtyeveTikol apdyovteg. Ot peTaypapikol mapdyovteq MPocdEvovTal O
ouykekplpéveg aMnAouxieq DNA kat emidpolv atny EKPPAcT YEITOVIKWOV
yovidiwv efte BeTIkd elte apvnTikd. H mAnpogopia mou Tepléxetal oto
yovidiwua TpEnel va petapepbel oe Aeltoupyikeég povadeg RNA 1 mpw-
TEVIKOV TIpoIdVTWwY. O TPATIOG TIOU avadIITADVETAL KAl TOOTIOTOLETAl TO
DNA aroteAolv emmAéov Tpomo yovidlakn g pUBIong HEow TG dlako-
MG TNG TPOCRAONG TWV PETAYPAPIKWY TIApAyOvTwy amnd ta onuela
npoodeong Toug oto DNA.

2mv petayovidlakr| emoxr 1 TEokAnon eival va katavonBel 1) apxite-
KTOVIKY| e TNV orto{a To yovid{wua eival opyavwuévo, eEAEyxeTal Kal Tpo-
rortoleftat. Ot PETAYPAPIKO! TIAPAYOVTEGS, 1 APXITEKTOVIKY] TNG XOWHUATI-
VNG Kal Ol TPOTIOTIOINCELG OTNV 0PYAVWON TWV VOUKAEOOWUATWY CUVEE-
TOUV TOU KUPLOTEQPOUG UNXAVIOUOUG TNG YOVIDIAKNG PUBUIONG TOU Yovi-
SWPATOG.

Metaypa@ukn PUOpion

To MPWTAPXIKO PUBULOTIKG PBriua oTnv YOVIBIOKY EKGpacn AauBdvel Xw-
pa oto enimedo g petaypapnia. Mia ouykekpluévn RNA moAupepdon-
eEaptwpevn arnd DNA mpayuatomnolel T JeTaypadr g TAnpopopiag
rou niepiExetal oto DNA oe petdypapa mRNA. H petaypaon Eekivd oe
€va eyyUg HETAaYPAPIKO onuelo vapéng Tou TiePIAQUBAVEL VOUKAEOTIOL-
K€q aMnlouxieg, ol oroieq enmnpeddouv To PUBUOG Kal TNV €KTaon g
dladikaoiag (BAEne Ew. 1-1). AUt N meptoxr Tou UrokIvnTri Tou yovidlou
ouxvd TeplAapBdverl pia alMnAouxia mhouola oe adevivn kat Bupivn (TA-
TA box) pad{ pe dMeg aMnAouxieg péoa otig mpwteg 100 Bdoelg and To
onuelo ekkivnong. Autég ol eploxgég Tou DNA 1ou puBuiCouv v yeta-
Ypaogr) Aéyovral pubuLoTIKA ototxela pe opdrAeupn dpdon (cis-acting re-
gulatory elements). Oplopéveg and autég TG PUBUICTIKEG TIEPLOXEG TNG
aMnAoux(ag ToU UTTOKIVNTY TTPOCDEVOUV TTIPWTEIVES YVWOTEG oav TIApd-
YovTeg pe eTeponAeupn dpdon (M.X. HeTaypadikol mapdyovieg), ol omoi-
ol kwdikoroouvtal ard dapopeTikd yovidla. Ot puBUIOTIKEG aAANAOU-
xleq ue oudmAeupn dpdon OTIG OTIoieq TIPOCDEVOVTAL Ol UETAYPAPIKOL
napdyovieq ouxvd ovopdlovtal puBuloTikd otolxela (response ele-
ments). OIKOYEVEIEG UETAYPAPIKWY TTIARAYOVTWV EXOUV aQvayvwELoTel Kal
neptypdeovral and povadikd otoixela g neoPAeduevng Seutepoye-
voUg TOUQ TIPWTEIVIKNG dopng, cupnephauBavopuévwy potiBwv Nkag-
OTPOPNG-EANIKAG, DAKTUAIOU PeudapyUpou Kal pepuoudp Aeukivng. Ot
petaypagikol mapdyovteg extigdral 6t anoteholv 10 3% pe 5% Twv
MPWTEIVAOV TToU KwdlkoTolouvTal and To yovidwua.

Mépog [. Eloaywyn otn Moprakn latpuc

ErumAgov Tav TIEpLoXWwY TWV UTTOKIVNTWY, UTIAPXOUV TIEQIOXES EVIOXU-
TV TIoU elval JIAPOPETIKEG ATd TIQ TIEPIOXES TWV UTIOKIVINTWV, AOYW TOU
4Tl propouv va Bplokovral oe TMOAU arnMoPaKPUOHEVEG TIEPIOXEG ATt TO
onuelo ekkivnong, eite avodikd eite kaBodikd (T.X HETA To Tépag Tou 3
dkpou Tou yovidiou) kat xwpiq EekdBapo mpooavatoAiopd. Mapdyovieg
e eTepOmAeUpn OPAON TIPOODEVOVTAL O QUTEG TIG TIEPLOXES Kal Bewpel-
Tal 61t aAA&louv TNV TeETAPTOTAYY doUr Kal TNV avadlaudpdwaon Tou
DNA pe Ttpdrmo mou dleukoAUvel TV MPoodeon Kal T ouvappoAdynon
TOU OUUTAEYMATOG EVAPENG TNG UETAYQPAPNQ OTNV TIEPLOXT] TOU UTIOKIVN-
™, (owg pe Tov oxnuatiopd peyding Bnhidg DNA otnv ouvéxela. H Blo-
XNMIK TPOTIOTIONON ETUAEYUEVWY UTTOKIVITWY 1) EKKIVNTWY, OTWg N He-
BUNwon aAMNAOUXIDY TTAOUCIWV 08 KUTOOVN-PwopopIkd dAag-youavivn
(vnoidia CpG) propel va TPOoToToloel TNV HETAYPAPY), KATAOTEAOVTAG
mv. Ot 6pol KaTaOTOAEIG KAl OToIXEQ KATAOTOATG QvaPEPOVTAl OE VOU-
KAEOTIOIKEG AAANAOUX(EG e OUOTIAEUON DPATCN TIOU EIWVOULV 1} CLWTTOUV
NV YOVIOIOKT) HETAYPAPT| KAl TO EMITUYXAVOUV HE TNV TIPOOOEDT Og Ta-
pAyovTteq e eTepOMAeupn dPAoN TIoU avayvwpiCouv auTtég TIG AAANAOU-
xieg.

H puBuion g petaypaenq efval pia mepimAokn dladikacia Tou Aap-
Bdvel xwpa oe apketd ermimeda. H ékppaon oplopévwy yovidiwv elvat
pubuiopévn oe uWNAAG Baoikd enineda, Ta orola eival yvwotd wg yovidia
ouvtrjpnong 1 otabepric ekppaong (housekeeping genes). Autd ekppd-
Couv TIPWTEIveg ToU elval BACIKEG yia TN QUOIOAOYIKY) AelToupyia Tou
KUTT&poU 1) v emiBiwon kal MEEmeL va SlatneouvTal O [Ia CUYKEKPLUE-
vn otabepr] ouykévtpwon. MoAA dMa yovidia dev ekppdlovtal 1 ek-
®pdlovral eAdxloTa Kal pévo Katw arnd oplopéveg ouverkeg. Qotéoo oe
TIEQUTTWOELG OTPEQ 1) €kBe0NG TOU KUTTAPOU O €vav aywvioTr| TIoU Tipo-
KOAe( pla KUTTapikr| ardvinon dlagopeTik and tnv Baoikr| katdotaon,
TIPOKAAE(TaL 1) evioXUETAL 1) €KPPAOT AUTAV TV Yovidiwy. Ma napddety-
ga, Ta yovidla mou kwdikorololv TIG TipwTelveq BepuikoU 0oK Kal mapd-
Youv mowtelveg otpeg endyovial Taxews and dAPopa mabopUCIOAOYL-
Kd epebiopara (m.x oEedwTIkO OTPeg, Bapéa HETAMA, PAeyuovY) oTa
eploodTepa KUTTAPA Kal 0pyaviopouq. H au&nuévn ékppaon Twv Tow-
Telvav BeppikoU ook gival TTapAdMnAn e ta Bacikd enineda Twv MpwTei-
Vv Beppikold ook, ol omoleq elival poplaxol{ cuvodol kal maiouv kabopt-
OTIkO POAO OTNV TIPWTEIVOOUVOEDN e TNV anmoTtpoTt) AavBaouévng ava-
SMAWONG, He TNV AUENUEVN TIPWTEIVIKY HETAKVNON Kal TV emtdyuvon
™G MEWTEIVIKAG armoddunong. AUTEQ Ol TIPOOAPUOCTIKEG ATIAVTTOELG OU-
XVA TIPOKAAOUV (QAIVOTUTIIKEG AAAQYEG TIOU €lval TIPOOTATEUTIKEG YA TO
KUTTQPO 1} TOV OPYQVIOUO.

Micro-RNAs kat F'ovidiakn POOuion

O1 kaBoploTikol TapdyovTeg TG HETAPEACTIKAG puBLong elval Aiyétepo
YVWOTO{ CUYKPITIKA e TV (Bl TN YeTaypadikr| pubulon. H mpdopat
avak&Aupn kat avayvaplon tTwv dikpdv RNAs (21-pepry pe 24-pepr) oup-
MAEyuaTa), Twv ovopalduevwv micro-RNAs (miRNAs), pooBgTel peya-
AUTeEN TIOAUTTAOKATNTA OTNV PUBUION TNG YOVIBIAKNG €KPEAONG TOU €U-
KAPUWTIKOU YOVISIWHATOG. APXIKA, QUTA eVIOTOTNKAV OTOUG OKWANKEQ
mpv 15 xpdvia. Ta microRNAs eival ouvtnEnNUEVeg, Un KWAIKOTIONTIKEG,
aluodeq RNA mou mpoodévovtal péow (euyapwpatog Bdoswv katd
Watson kat Crick otnv 3-auetdppactn neploxr) Twv mMRNAs otdxwy,
ETUTOEMOVTAG TN YOVIDIAKY) Ofyaon g TIPWTEIVIKNG €KPPAoNG OTO HETA-
opaotikd eninedo. Ta yovidla mou kwdikorolouv miRNAs epgaviouv
LloToeldIKATNTA Kal efval dldomapTta oe TePLOXES TOU YOVIBIWUATOG TIOU
dev ekPpAlouv yvwotd yovidia.

H petaypaoen twv miRNAs yivetal oe MOAA emineda and mepLloxEq
uré tov éAeyxo evog mRNA urtokivntr). H RNA moAupepdon Il petaypd-
®el To Pddpopo MIRNA, ou ovopdletal mpwtapxikd miRNA (pri-miR-
NA) kat Tiepléxel KaAUTTTPa 0To 5'dKpo Kal TToAUadeVUNWUEVN oupd OTO
3. Z1ov nupriva, To pri-miRNA pe prikog 70 voukAeoTISiwy TiepIAauBAvel
TIEPLOXT) 08 OXHA POUPKETAG, TToU TtepIAapBdvel Turjua Tou miRNA mou
avayvwp(Cetal kat artokdrretal arnd pa eldikr) AnMAg-éAikag RNA piBo-
VouKAedon ovoualouevn Drosha. H yovidlakr) €kppaon KATAoTEMETAL
and v enidpaocn Tou MIRNA ndvw ota onuacuéva popta RNA yia aro-
dounon.

Emedn n petdoppaon yivetal pe apetdfAnto pubud ota dideopa eidn
mRNA, n otabepdtnta 1 0 xpdvog nuioelag (wng evog OUYKEKOIUEVOU
MRNA xpnoluelel oav éva akoua onpelo eAéyxou g pubuiong g Yo-
VIBLaKNG €kppaong. H 3-apetdppaon reploxr] Twv mMRNAs TiepiExel Te-
PLOXEG TIoU UrodnAdvouyv v podidBeon yia anodéunon anod Tiq Vou-



Ke@dAawo 1. H Mopulakn Bdon twv AvBpwmvwv Noonpdatwv

kAedoeg. H otaBepdmrta gaivetal va opelletal oe eldkég aAnAouxieq
KAl Og OpLOpEveEG TepITTAoElG eEapTdtal and v TPoodean mapayov-
Twv Tou dpouv etepdmAeupa oto MRNA. To wpiwo MRNA mepléxel aA-
AnAouxieg otnv 5” kat 3" aueTAPEAOTN TIEPLOXT| TTIOU PUBICoUV TV UEeTd-
®paon.

>ta mpdta otddla g avdrtuéng evog opyaviopou, Ta miRNAs oup-
UETEXOULV [e IO TTIOAUTTAOKOUG TPOTIOUG OTNY PUBHION TNG YOVIOIAKNAG €K-
Ppaong, Onwg anodelXtnKe oy Mapaywyn Mg BAACTIKNG Oelpdg, TG
KUTTAPIKAG dlagoporonong, Tou TIOAATIAQCIAopoU Kal TG 0pyavoyeé-
veonq. Emedn pehéteq avadelkviouv Tnv ékppaon twv miRNAs katd myv
QVATTTUEN TOU eYKEPAAOU, TNG KAPOIOKNG OPYAVOYEVEONG, TNG avayev-
VNONG TOU OKEAETIKOU UGG, TOU AdEVOKAPKIVAUATOG OTO KOAOV Kal TG
(KNG avTlypang, autdg o VEOG UNXAvIopog ofyaong TG YOVIOIOKNG €k-
ppaong €xel bavouq BeparmeuTtikolq POAOUG OTA CUYYEVT) KaPJdIaKd
VOONUATA, TIG IOOEIG, TNV VEUPOEKPUAIOT, TNV QVAYEVVNTIKY] IATOIKY| KAl
TOV KapKivo.

Avadiapopewon Xpwpativig kat Fovidiakn POOuon
To pé€yebog kal N TIOAUTTAOKOTNTA ToU avBPOTIVOU YOVIBIWUATOG e Ta
23 XpWwHOOMUATA VA ToIKIAOUV o péyebog uetaiu 50 pe 250 Mb dnut-
oupyoUv TepdoTieq MPOKANOELG OTOUG HETAYPAPIKOUG TTIAPAYOVTEG,
WOTE VA A0KroouV TNV eldIKATNTA TOUG OTn PUBUION TNG YOVIDIAKNG €K-
Ppaong HEoW NG TPdodear|q Toug oto DNA. O é\eyx0g TNG YOVISIOKNG
€kppaong Aappdvel xwpa og dlapopeTikoUg TUMOoUG KUTTApwY e egai-
Ola XWPOXPOVIKY eldlkdtTa Katd T didpkela TG (wng evog opyavi-
OpOoU. 2T eUKAPUWTIKA KUTTapa To Yovidiwpa €xet uynAou Babuou op-
YAvwon og TIUKVA owudTia VoukAgivikod o&€wg DNA- kat RNA- ipwteivi-
KWV SOV, TIou ovoudlovtal xpwuativn. Ta douikd ouoTatikd TG Xpw-
pativng ovopdZovral 1oTOVEG, A OIKOYEVELD HIKPWV TTPWTENVMV TTOU
anoteholv T Jior} ndla Tou Xpwpoowuatog. Ot Baolkég 1I310TNTEG TWV
LOTOVAV TIPOEPXOVTAL ATIO TNV UWNAK OUYKEVTPWON TwV BACIKWY ApIVO-
E€wv, apyvivng kat Auofvng. Ydpyouv Tiévte Bacikol TUTtol loTtovay —H 1,
H2A, H2B, H3 kat H4- mou oxnuartiCouv ocupnAéyuara pe 1o DNA. Ado
Celyn and kd&be évav amnd Toug TECOEPIG TUTIOUG LOTOVAV OXNHATi(ouV
€vav TIPWTEIVIKO TIUPTVA, TO OKTAPEPES TWV LOTOVAV, TO OTolo TiepleNo-
oetal YUpw artd 200 Zeuyn Bdoewv DNA yia va oxnuatiote! To VOUKAES-
owpa (Eikéva 1-4). Ot mpwTelveq TOU TIUPKVA OTO VOUKAESOWHA EXOUV
TPOEEEXOVTA AUIVOTEAIKA AKPA, ATTOKAAUTITOVTAG ONUAVTIKE KatdAolrta
Aucivng Kal apyvivng yia To oxXNUATIOUS OPOIOTIONKWY deouwy. Mepal-
TEPW OUPTUKVWOT) Tou DNA emtuyxdveral e To0 OXNUATIod peyaAUTe-
oNG OOMIKNG TAENG. T VOUKAEOOWMUATA CUUTTUKVIOVOVTAL TIEPATEPW OE
ToAueTiTEdeq OTOIREQ e aploTEPOOTPOMN UMEPEAIKA OXNHaTilovTag
QPVNTIKA UTePOoTElPdUaTa TIoU TTIAPEXOUV TNV Anapaitnmn evépyela yia
TO JlayWPLOUO Tou aAucidwv DNA katd v avitypagn.

H ouprnukvwon tou DNA ot xpwuativn anotpérnel v npdofaon Twv
PUBLLOTIKWV poplwv OTIwg elval ot HETaypaPIKol apdyovteg. AvaoTtpo-
@) TNG OUUMUKVWONG TNG XPWHATivng oupBaivel katd v andvinon oe

Eikéva 1-4. Zynuatkr avarnapdotaon eveg VOUKAEoowHatog. To opBoywvio oxnua anote-
Ael mv aAuoida DNA rou Tuliyetat YUpw ard Tov Tupriva Tou anoTteAe(tal ano oxtw mpw-
Teiveq 10TOVNG. KdBe 1oTovNn €XeL Wwa oupd mou TPoeEEEL kal Uopel va TporomnoleTal yia
va eUnodideL 1} va evepyorolel Ty petaypagr.

TEPIBAMOVTIKA 1) avarTtu&lakd orjuata ge lotoeEaptwuevo Tpomo. Ot re-
PLOXEQ UTTOKIVNTAV TIOU JETAYPAPOovVTAl evepynTIKA Kal 1 XAAdpwon g
doung g xpwuativng mou yiverat eualo®nm omv evCupikn didomaon
and un edikég DNAdoeg | Aéyovtal uttepeuaiodbnreg Teploxég. O yeta-
YpagIkol apdyovTeqg OTIG TIEPIOXEG TIOU BPIOKOVTAL UTIOKIVITTEG UTTO-
poUlv péow aMnAenidpaong Tpwteivng-rpwteivng va €xouv pdoRacn
OE eVIOXUTEQ TIOU TIEPLEXOUV IOTO-EIDIKEG TTPWTENVEG OE AMOUAKOUOUEVEG
TIEPLOXEG (MEPIKEG XINADEG BACEIG HAKOLA), TTPOKAAWVTAG UETAYPAPIKT
€VEQYOTTOMON 1] KATACTOAN.

Emtyevetikog EAeyyog ¢ FoviSiakng 'Ek@paong

MoAUTIAOKQ PUBUIOTIKA povortdTia eumAékovTal YUpw amd Toug PeTa-
YPA®IKOUG TIAPAYOVTEG, TA VOUKAEOOMUATA, TN OOUT| TG XPWHATIVIG
Kal TNV €TTLYEVETIKN orfjavaon. H emtyevetikr) apopd oTiG KANPOVOUr|OLUES
aMaYEQ TIG YOVIDIOKNAG EkpPaong Xwpeig aAayEg oty alnAouxia Tou
DNA. Mapadelypata emyevetikng tporomnonong efval n uebuNiwon tou
DNA, n yovidlakr} otyaon, n avadlapdpewon TG XPwUaTivng Kal n arte-
VEPYOTIOMON TOU X-XPWHOOMUATOG. AUTEG Ol HOPMEG KANPOVOUIKATNTAG
apopolv aAayég otV Yovidlakr) Aettoupyia xwplg aAayég oty aAn-
Aouxia Tou DNA. H ynuikrj orjuavon tou DNA pe tn dladikaoia g uedu-
Nwong elval KUTTapoeldIKr) kal avarmtu&lakd pubuilopevn. H pebulinon
Tou 5-CpG divoukAeotidiou amnd eEeIdIKeUUEVES UEBUAOTPAVOPEPATEG,
n oroia oupBaivel oTo 70% TOU YOVIDIMUATOG TWV BNAAOTIK®Y, elval
€vaq GANOG UNXAVIoHOG YOVIOIAKAG PUBMIONG. H oTepeoXNUIKN TIapeu-
nédlon and v oykwdn oudda g 5'-pebul-kutooivng anayopedel TNV
TPOOJEDN TWV UETAYPADIKMY TIAPAYOVIWV TIOU EVEQYOTIOIOUV 1| UEl-
WVOUV TNV YOVIBIaKT| €KpPacn.

Me avéhoyo TpdTio 1 TPOTOoToMoN Qg 1oTévNG Ue TN dladikaocia Tg
OWOPOPUANWONG, TNG HEBUANIwONG, TNG KaBoAIKN G dAd0ooNG Kal TNG aKe-
TUNwong petadidovral kat eykadiotavtal e kAnpovourioluo Tporo. Ei-
val dedoUEVO OTL Ol eTTYEVETIKO! unyaviopol dev TiepAauBdavouy yovidla-
k€q aMaygg oto DNA. Mapadetyparog xdptv, n TPOMoTmonon Twv yovi-
Slou Tou KWIIKOTIOLE! TOV A-UTTOD0XEA TWV OLOTPOYOVWV EUMAEKETAL OTNV
yovidlakry ofyaon Twv reptoxav 5'-pebul-kutooivng (5mC) oe yovidia
OTOXO0U, 0€ KAPKIVIKA KUTTapa Tou paotou. AUVAUIKEG TIPooeyY(oelg ava-
ntUooovTal yia TNV PHeAETN avadpouwy Kal 0pBdd0UWY KUKAWUATWY
OTn UETAd0ON TWV ETIYEVETIKWOV ONUAVOEWV.

To yeyovog Twv SUVAPIK®OV TPOTIOTMOoewY (TL.X. MeBUANwOoN Kal ake-
TUANwon Tou DNA) Twv LOTOVAV 1) 1] ETIYEVETIKY] OUVEIOPOPA OTNV OYKO-
yéveon €xel ndn petappaote! oe avdloyeg Bepareleq. Ol akeTUAOTPAV-
opepdoeg (HATSs) kal ol and-aketuhotpavopepdoeg (HDACS) €xouv av-
TiBeTo PdAO OV MPOCHN KN Kal aPaipeon TNG aKeTUNwoNG OTo YovIdiw-
pa. H avdAuon tou yovidlwpatog yia tig HATs kat HDACs €xel avadeiEel
OUVBETOUG TPATIOUG PUBHIONG TNG YOVIBIaKNG ékppaong. Mepikol ava-
OTOAE(G TWV AMOAKETUAQOMY TWV LOTOVAY, HE Hia Oelpd BoXNUKOY Kal
BLOAOYIKWOV dPACTIKOTITWY, €XOUV avartuxBel kat eAeyxBel wq avTkapKi-
VIKO[ TTapdyovteg og KAIVIKEG DoKIuEQ. Ta anoteAéopara g edong | del-
XVouv 6TL autol ot mapdyovteq eival kaAd avektol. H avactoAr) g aroa-
KETUNWONG avadlapopPaVvel TNV XPWHATIVN KAl ETTAVEVEQYOTTOLEl TNV Ue-
Taypagr Tou yovidldpatog. Adyw Tou pnxaviopou dpdong Twv HDACs
OtV andrmTwarn, Tov EAeyX0 ToU KUTTAPIKOU KUKAOU Kal TNG KUTTAPIKAG
dlaPpopOTIoiNoNG, ol OUYXPOVEG KAIVIKEG DOKIUES avalnTouv TNV aroTe-
AEOUATIKATNTA QUTADV TV VEWY TIAPAYOVTWY OTNV QAPUAKEUTIKY) ETITOUN
TWV KAPKIVwv Tou avBpwou.

N IMAPAAAATH THE TONIAIAKHE AAAHAOYXIAZ, ITOIKIAOMOP®IA
NMAHOYZMOY KAITENETIKOI IOAYMOP®IEMOI

Mia otaBepd kAnpovopouuevn alayry oto DNA opietal wg petaray.
Autdg 0 auotnpdg oUyxXPOovVog OPIoHOG dev OXETICETAL e TNV ASITOUPYL-
K] ouvdpela TV aMayng g arnAouxiag Kal agopd pia aA\ayr) omy
npwtotayry aMnAouxia Tou DNA. Me Bdon v 1otopla, ol UETAAAYEG
Tpokafoplotnkav oav avixveuoleq aAAYEG TOU KANPOVOUOUUEVOU (al-
vOTUTIOU evog opyaviopou. Kabwg duwg o BIOXNUIKOG GpavoTurog €yive
O aKPIRrQ ota Yéoa Tou 200V aldva, ol epeuvnTéQ ameédel&av ATt TIoA-
AéQ pwTelveg UTIAPXOUV O TIEPLOCATEPEG aMd WA HOPYT| O €va TIAN-
BuouO, Kal QUTEG Ol LOPPES BewpriBNKaV CUVETTELA TIAPAAMAY WDV OTO YO-
v{dlo mou kwdikottolel auth TNV TPWTelvn (T.X. aAMnASpopea). Me v
MPoodo otlg uebddoug aMnAouxiong Tou DNA n évvola Tng eETaMNayiG
eEelixOnke and v avayvwplon g wg dlapoporoinon Tou Gpavoturou



oe avayvwpliolun aAkayr oto erinedo mg doung Tou DNA. MoAovéTt ol
TeploodTePeq PETaMaAYEG otabepd petadidovial and Toug Yovelg otouq
anoyoévoug, MepLkEg elval yeveTikd Bavatneopeg kat dev urmopouv va He-
Tadoboulv. H avelpeon oto yovIdiwua TEPIOXWY TIOU TTIEPINAURAVOUV OA-
AnAouxieq Tou enavaiapBdvovtal oe oelpd pe 1laitepa Molkiho aptBud
SladOXIKWY eMAVAA|WEWY UTTOdNAWVEL OTL OPIoPEVES JETANaYES elval
Ayétepo otabepég and AAeg. AuTEQ ol DIAdOXIKA eMavaNaBAvOUEVES
aMnAouxieg meplypdpovtal MapakdTw.

H poplakr euon g petalayng mokidet (Mivakag 1-1). H petalayr
propel va meph\apBavet v dlaypadr), TNV meoadrikn 1) Tnv avtikatdota-
on ula pévo Bdong, ol oroieq ovoudZovial onuelakeg petalaygg. Ot
QVTIKATAOTAOEIG QUTEQ UTTOPE! va TAEIVOUNBoUV TTEQAITEPW WG CLWTINAY
(silent) 6Tav To auvoEU ToU KWAIKOTOLETAL ATd TNV UETAANAYHEVN TPl
AETa Oev aMAlel, mapepunveutikri (missence) dtav T0 apvoEU Tou Kw-
Sikorolefral arnd my UETAAAYUEVN TEIMAETA AANACEL Kal oav un vonuari-
K1 (nonsense) PeTaAayr| dTav odnyel oe MPOWPO TEPUATIONO TNG HETA-
Ppaong (.. KwdlkOvio AENG). Eviote ol onuelakéq PeTaMaAYEQ Uro-
pouv va aAd&ouv v dladikaoia eneEepyaoiag Tou mpddpopou MRNA
Kat va rapayxBouv evaAAaKTIKA onuela patiopatog ry va eEalelptouv
undpxovta onuela patioparog. Otav wa onuelakn 1 A dlaypagr i
Poodrkn Bdong oupBaivel oe €va eEdvio, oav amoTEAeoUa TIPOKUTITEL
pa petaMayr) aAayng mAatciou (frameshift mutation) odnywvtag oe
MEOWPEO TEPUATIONO TNG METAPPAONG 0 éva KWAIKOVIO AENG Héoa oTnv
véa aAMnlouxia. £To dAO Akpo Tou PACHATOG Twv HeTaAaywy Bpi-
OKOVTAL Ol PEYAAEG dlaypapeg evog oAOKANPoU Yovidiou 1| piag oelpdg
YEITOVIKAOV Yovid{wv, 1) dlaypadr], 0 JIMAACIAoUOG Kal 1) JeTAfeon Tur-
paTog evég XPWwUOOMUATOG 0e dAAO, 1) 0 JIMAQCIaopdg Kal dlaypaen
OAOKANPOU XPWHOOWUATOG. AUTEG Ol XPWHOOWUIKES METANAYEG TTal-
Couv ONUAVTIKO POAO OTNV EUPAVION TIOMOV KAPKVOV.

Kdbe drouo €xel duo aAMnASuop®a,gva amod kdBe yovid yia kdbe ye-
VETIKO TOTTO. ‘1810 aMNASLI0pda 0p(Couv ToV OUOLUYWTN Kal JIAPOPETIKA
AaMnNASHOPPQa TOV ETEPOLUYWTN YIa KABE YEVETIKO TOTIO. H KANPOVOUIKS-
TNTA AUTAV TWV AAMNAOUOPPWY akoAouBel Toug TuTIKoUG HevdeAikouq
KAVOVEQ KANPOVOUIKATNTAG. Me v Katavénon Twv Hoplakdy Bdoewv
TWV HETAMNAY®V Kal TNG TIOKIAAG TwV AANACUSPGWY, N KATAVOUT| TOUQ
OToV TTANBUOUOS Uropel va avaluBel emakpIB®G TIAPAKOAOUB®VTAG CUY-
Kekplpéveg aMnAouxieq DNA. Alagpopég oty alMnlouxia tou DNA 1ou
peAeTvVTAl og éva TIANBUOUS ovoudlovtal YEVETIKO! TTOAUPOP®IOMO! Kal
auTol gival TTou UModNAWVOUV TNV TIOIKIANOPOP®{a TIOU TTapatnpefTal péoa
oe éva e{dog kal avapeoa ota edn.

Mapd TV peydAn emkpdmon Twv KAAOHBwV TIOAUHOPPIoUWY 08 Evav
MANBuoud, n Unapén kakorBwv petaAaydv eival ondvia Adyw tng
EKAEKTIKNG eTAOYNG TIou eEaAeipel Tig To emBAaBelq puetalayeg and

Mivakag 1.1 Mopiakn Bdon Twv peraAAaywv

Tumog Mapadeiypara

THMEIAKH METAANATH

Awaypagr a-6ahacoalia, TOAUKUOTIKT) VOOOG TWV VEQPOV

ANTIKATAZTAZEIZ

ZlwrmAf Kuotikn (vwon

Mapepunveutikn APEMAVOKUTIAPIKY avatuia, MoOAUKUOTIKY V600G
TWV VEPPWV, OUYYEVES 0UVDPOLO pakpol QT

Mn vonuatikn KuoTikn ivwan, MOAUKUGTIKT VOOOS TV VEPPOV

MEFAAEZ METAANATEZ (FONIAIO ‘H ZYZTAAEZ FONIAION)

Awaypagr Muikr) duatpogia Duchenne

Mpoabrikn Avendpketa tou mapdyovta VIl (aoppogiria A)
AumAaolaopog Muikr) duatpogia Duchenne

Avaatpogn Avendpketa tou mapdyovta VIl

TpwoukAeoTdIK emavaanyn

NMOAY MEFAAEZ METAANATEZ (XPQMOZQMIKA TMHMATA “H XPOMOZQOMATA)

Ndoog tou Huntington

Awaypagr 20vdpopo Turner (45, X)
AutAaolaopog Tpowpia 21
Metd6eon XX dppev [46, X; t (XY)]*

*MetdBean navw oto xpwuéowpa X evag TURHAtog Tou Y XpwHoo®UAToS Mou MEPLEXEL TO
YEVETIKG TOMO yla v lapopomoiman Twv opxewv

Mépog [. Eloaywyn otn Moprakn latpuc

TOV TTANBUOUOS (TT.X. BVNOIATNTA) KAl TNV TIOIKINOUOPD(a UESA TNV AAAN-
Aouxia Tou YovIBlOHUATOG, 0g arndvinon oty TIOAUHOP®IKY aAayry. Me-
PIKEQ TIEPLOXEG TOU YOVIDWHATOG efval apKeTd oTtabepéq Kal Xwpig mo-
AULIOPODIKES TTAPANAYES eV ANEG TIEPIOXES EXOUV HeyaAo Babud To-
AUHOP®IOU®Y OTTOU 1| TIOKIAOHOP®I(a eival OUVENEela TG KahorBoug Ael-
TOUPYIKAG aMayrg oty aAMnAouxia. Me dMa Adyia, ol TIOAUHOPPIoHOL
METAEY TwV aTdUWV UTOPOoUV va KATnyoplotoinBouv oe auTtég Tou dev
rpokalolv aMayeg otov pavéTurio, QUTEG TIOU TTPOKAAOUV KaAoT|Belq
aAM\aYEQ OTOV PAIVATUTIO (TT.X. PUOLOAOYIKY| YEVETIKY) TIAPAAAYT)) KAl AU-
TEQG TIOU TIPOKAAOUV DUOHEVE(G CUVETTEIEG OTOV (GAVOTUTIO (TT.X. HETAANG-
YEQ). ZTnV TeAeutaia opdda propouv va uttokatnyoploroinBouv oTig To-
AULOPODIKEG UETAANAYEQ TIOU UMTOPOUV VA TIDOKAAEOOUV €va AEITOUPYL-
KOG aVOUAAO GavETUTIO GG Ol HOVOYOVIDIOKESG aoBéveleq (TT.X. Ope-
TIAVOKUTTAPIKY avalpia) Kal autég mou dev Unmopouv va TIPOKAAEGOUV
BAGRN amd péveg Toug Kat TIPETEL VA OUVOPAUOUV Kal AAAEQ UETAAAYEQ
wote va napaxOel AeltoupyIkd avwpalog Gavatumnog (.. ouveeta vo-
orjuata Onwg 1 UréPTaan).

O noAupop@iouol eival Tio ouxvol oe pn KWOIKOTIOINTIKEG TIEPLOXEG
TOU YOVISIWHATOG Tapd 0 KwOIKOTIOINTIKEG Kal éva KOWVO XapaKTnELoTL-
KO elval n emavaAnyn oe oelpd UIKpov aAMnAouxidv DNA e motkiho
aplOpd enavaNjPewy. Xy TePTTwOon Tou auTtég ol enavalapavope-
veq aMnAouxieq efval peydheg ovoudlovial MOAULOPPIOUOG MOIKIAOU
apiBuou dladoxikawv eravaAnyewy (VNTRs) kat av efval pikpég ovoud-
Covtal Boaxeieg dladoxIkeG enavarniyelq 1 HIKPOOOPUPOPIKES eravaAr-
weig (STRs). Katd ™ didpkela TG Witwong 0 apBudg Twv dladoxIKoV
enavajPewv propel va aMdAgel kat n ouxvétta autou Tou AddBoug g
avilypagnq elvat apketr| va dnuoupyroel dlaQOoPETIKOU UKOUG TTOAU-
HoP®IopoUg SIadOXIKWY emavaAiPewy, KOv®V og éva TIANBuoud. Qoto-
00 0 BaBudg aAayig oto UAKOG TwV DAdOXIKWY eMavaAiyewy eivat pi-
KPOG yla va kdvel To PEyeBog Tou TIOAUMOPPIOUOU 0TaBepd YOVOTUTIKG
XAPAKTNPLOTIKO OTIG otkoyéveleq. Ot TIOAUHOPPIKES DIADOXIKESG ETTAVOAY)-
Yelg elval xprolueg otov kaBoplopd TNG KANPOVOUIKOTNTAG CUYKEKPLUE-
VWV YEVETIKWOV TOTIWV.

O1 TOAUHOP®IoHOL DIAdOXIKWY EMAVAN PEwWY elval EMAPKMOG TTAPOVTEG
oe OGN0 TO YovId{wua Kat urmopouv va xpnotpornomBouv oav yevetlkol Oel-
KTEQ OUYKEKPIUEVWY YOVISIwV UECW avAAuong TNG oUvOEDT|G TOUG [E au-
Td Ta yovidla katd N dadikao{a g avtaAayng Kal Tou avacuvoua-
opoU. H avdAuon MoM®V YEVETIKWV TIOAUMOPPIOUGOY OTO avBp®TIVO Yo-
vidlwpa (genotyping) avédelEe pia a&loonuelwtn mokiAia Yeta&l twv
atépwy oto eninedo Mg aMnAouxiag Tou DNA. O povovoukAeoTIOKOG
TIOAUPOP®IOUSOG (SNP), 1) Tiio ouxvr| TiapalAayr, dlapépel Katd éva vou-
KAE0TIOI0 avApeoa OTa XPWHOOWMHIATA YA A OUYKEKPIUEVT aAAnAouxia
(Elkéva 1-5). And v avaAuon Tou YovIIWUATOS aVIIITPOCWITEUTIKWOV
TANBUOUWY, ekTipdTal &Tt 10 ekatoppupla TIAPaAAaYES (OAD. uia yia kd-
Be 100 Bdoelg) anoteAolv 10 90% TWV HOVOVOUKAEOTIOIKWY TIOAUHOPPL-
OUV oToV TTIANBUOUO, UE TIQ oTtdvieq TTIAapaAayEg va anoteAolv To UTto-
Aeirdpevo 10%. 2e kdBe yevid evdg eldoug, N ouxvOTNTA TWV TTOAUMOP-
PIKOV alaydv oe éva yovidlo efvat 104 pe 107. Me Bdon Tov aplBud
Twv Yovid{wv oTo avBpdTivo yovidiwua, n aMnAouxia Twv Bdoewv peta-
€U Tou 0,5% Kkat 1,0% eival ToAupopdIkr. ‘ETat, 1) véa maparayr| propel
va evtoriotel pe BAon Ta yerrovikd aMnAdHop®a mou rtav mapdvta oto
XPWHUOOWUA TN OTLYUr| TNG JETAAAYNS.

O anAdturnog eival pia OUYKEKPIUEVN Opdda 1 OUVOUAOUWY aAANAo-
HOPPWY 08 Eva XPWHOOWHA 1) 08 TUNUA TOU XPWHOOWHATOG (BAETE EiK.
1-5). Otav 1a Yovikd xpwpoowuata xidlovral, dnuioupyouvral véol
AMAGTUTOI-HWOGIKE TIOU TIEPIEXOUV TTEPIOOOTEPES HETAMAYEG AGYw TOU
avaouvduaopou. Ta aAMnASUop®a Ue TOUG MOVOVOUKAEOTIOKOUG TTIOAU-
HOPOIOpOUG Héoa oTov amAGTUNO UIopouv €Miong va OUV-KANEOVOUN-
Bouv padl pe dMa aMnAduopea otov MANBUCHO, UNXAVIOHOG TTIOU OVO-
udZetat avioooportia ouvdeong (linkage disequilibrium -LD). H ouoxétion
METAEU duo SNPs pelwvetal kabwg augdvetal n petagy Toug andotaon,
EMITPEMOVTIAG oTa TPdTuna LD va avayvwplotoly arnd Tnv eyyutnta Twv
verrovik@v SNPs. EvaA\akTikd, peptkol KaA®g erideyuévol SNPs eival
ouxva apketof yia va PoBAEPBEe( n evioTon AWV KOWVWY MAPaAaYdV
otV TepLoxn.

O1 anAdturtot Tou oxetiCovTal pe pia eTaAayr) avapévetat va yivouv
Ouxvol HEOW TOU avacuvduaoupoU OTO Yeviko TANBUOUO HETA artd TIoA-
AEQ veviég. Ev avtiBgoel, N yeveTikr) anoturwon e LD arokAivel ard
TOUG Tapadootakouq pevdeAkoUug VOUOUG [e TO va Xpnotdoriolel 0Ao
ToV avBpWTIvo TIANBUOHS oav éva HeYAAO OlKOYEVEIOKS DEVTPO XwpPIq
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Eikéva 1-5. Movovoukheotdikoi moAupopiapoi (SNPs), amhdturot

Kkat avtnpoowrneutikol SNPs (7 SNPs eruorpavang). ANnAouxieg A SNPs
oxeddv mavopotturiwv DNA ato dlo xpwpéowpa and t€aoepa dia-
@opeTikd dropa. O SNP eival n mapahhayn Twv TPV BAgEwv mou Xpwpdowpa 1
Bpiokovtat g€ pa mepoxr tou DNA. O guvduaopdg yettovikwv SNPs Xowpéoupa 2
(A) kabopilel €vav amdtumo. Ot avtnpoowrneutikol SNPs (I) eivat
Xpnowa epyaleia yia myv yevetkn anotinwan Teaoapwy LoVadKWV Xpwpdowya 3
amhotunwv and toug 20 arhotumoug (B). (Tporomotnpévo angd to
International HapMap Consortium: The International HapMap Project, Xpwudowya 4
Nature 426:789-796, 2003.)

B AmAdturot

kaBoplopévn yeveahoyia. Amd Tig 10 exaropuupla -
Bavéq mapalayeg, To International HapMap Project
Kat n BTk ernelpnon Perlegen €xouv katabeéoel
eploodTepeq and 8 ekatoupupla MapaAAayEg TIou
nepAapBdavouy To Xdptn Twv avBpwrivwv SNP amd
TeploodTepoug amnd 341 avBpwroug ToU avTIPOow-
revouv dlagopeTikoug mAnBuopoug. Ot SNPs mou
Bplokovtal oTo YovId{wua pn CUYYEVIKWOV avBpwdTiwy

' Tag SNPs: Avunpoowrieutikoi SNPs

SNP SNP SNP

\ ¥ \

AACACGCCA..TTCGGGGTC....AGTCGACCAG....
AACACGCCA..TTCGAGGTC...AGTCAACCG....
AACATGCCA..TTCGGGGTC....AGTCAACCG....

AACACGCCA...TTCGGGGTC....AGTCGACCG....

Amhéwuriog1 C T C|A|AAGTACGGTTI|CIAGGCA

Amiéunog2 TTGATTGCGCAACA|GTAATA
Amidwuriog3 CC C|CIA TCTGTGATAI|CITGGTG
TCGAITTCICIGCGGTT|GIAGACA

\ A

A T C
G C G

Am\dtunog 4

TapExouV éva KaAd delyud yia oTaTioTIKOUG OUOXETI-

opoUg PETagU yovoTUunwy Kal oUyxXpovwv Gatvoty-

nwv. H yetaMayr) opietal Topa wg €vag OUYKEKPLIUEVOG TUTTOG AANAS-
HOPQOU TIOAUHOP®IOUOU TIOU TIPOKAAE! va AelToupyIKO eAdTTwua og
€va KUTTapo 1 évav opyaviopo.

H aimloAoyIkr) CUOXETION Uiag HovoyovIDIaK: G aoBévelaq pe KaAd-Ka-
Boplopévoug pavéturoug anattel pévo éva pikpd aptbud pooBeAn-
MEVWV aTOPWV CUYKPIVOUEVWY e UYL dtoua. Ev aviiBéoel, ol ouvBeTeq
dlatapaxéqg (.x dlaBrng, UlépTaon, KapKivog) anarrolv To ouVOUACUS
TEPIBAMOVTIK@V TIapaydvIwy Kal yovid{wv pe fria enidpaon. Mévo pe
MV avadimon YovISIaK®OV TIapaAaydV JETAEU aoBevdv Kal ToU YevikoU
MAnBuopuoU Ba propéoel va Bpebel n aitia g véoou. TNy olyxpovn
ETOXT], N XQPTOYPAPNON TOU YOVISIOHATOG CUVETIAYETAL TNV OTATIOTIKY
OUOXETION Ue TNV Xeron ™g LD kal Toug yevetikoug X3pTeg Tou eKTel-
vovtal Katd xIAddeg péxpt 100.000 Ceuyn Bdoewv. Ma va propgoouv va
yivouv ol 0OAoKANPwUEVEG UEAETEG OUOYETIONG POUTIVA OTNV KAWVIKY| TIRd-
€N, TIPETIEL OIKOVOUIKES LEAETEG XAPTOYPAPNONG KAl TILO TIEPLEKTIKO! XAp-
TEQ Yla OAOUG TOUG KOWVOUG TIOAUHOP®IOUOUG va ouvdeBoUv e OAeg TIQ
mbaveég exkdnAwaoelg TG véoou. Ot DlaXPOVIKEG HEAETEG TWV YeveWDY ToU
HapMap kat Tou Perlegen propouv va kaBopioouv tnv enidpaon g
AlaTPoPrig, TNG Aoknong, Twv MEPIBAMOVTIKWOV MapayOvIwy Kal Tou Ol-
KOYEVEIAKOU LOTOPIKOU 08 PEAOVTIKA KAWVIKA YeyovoTa. Xwpig mapduol-
€q TIpooeyYyioelq yia va eEaopallotolv enapkr| defypara kat Bdoelg
SelypdTwy, n urndoxeon g Bewplag Tou yevetikol TAnBuouoU dev Ba
UTTEPVIKNOEL TOUG KANPOVOUIKOUG TIEPLOPIOPOUG TG OUVOEONQ TNG av-
Bpwrivng aMnAouxiag e Ta XapakmmELoTKA Twv OUVOETWV TIABroEwV.

l XAPTOTPA®HXH I'ONIAIQN KAI TIPOTPAMMA XAPTOTPA®HIHE
TOY ANOPQIIINOY I'ONIAIQMATOX
H dladikaoia Tng xapToypdenong Twv Yovidiwy agopd oTnv avayvdplon
NG OXETIKAG 0elpdq Kal arndoTaong CUYKEKPIUEVWY YEVETIKWY TOTIWV Ka-
TA PrKog Tou Yovidiwpatog. Ot xdpTeg uropel va eival duo eldiv: yeve-
Tikol kat puotkol. Ot yevetikol xdpteg avayvwp{Couv Tnv eviomion oto Yo-
VIS{wHA EBIKWOV YEVETIKMOV TOTIWV HECW OTATIOTIKAG avAaAuong Tou Baoci-
Cetal oV oUXVOTNTA TWV AVACUVOUAOHMY TOU YEVETIKOU TATIOU TIOU Hag
evolapEépel pe dAoug yvwotouq yevetikoug Témoug. Ot guolkol xdpteq
avayvwp{Couv TNV evtarion oto YOVISwUA OUYKEKDIUEVWY YEVETIKWY TO-
MWV Pe AUeon PETENON TNG andotaong Tou YOVIBIWHIATOG TIoU eviortie-
TAL O YEVETIKOG TOTIOG TIOU MAG evOlAPEPEL OE OXEON [e Eva 1) TIeploodTe-
poug kaboplopévoug deikteg. H akplriq 6€on Twv yovidiwv Tdvw oe
€va XpwHoowua eival onuavTikr yia Tov kaboplopd g mbavétmrag ot
€va TUAPA Tou Xpwoowuatog Ba dlactaupwdel, 1) xiacbel pe to avti-
OTOUXO TUAHA TOU CUUTTANPWUATIKOU XPWHOOMUATOG KATA TNG GAoT Tou
avaouvduacopou Tng pelwong (Eikéva 1-6).

Katd mn didpkela Tou avacuvduaouou otny Ueiwan, ol YEVETIKO! TOTTOL
1 Ta AAMNASGHOP®A TIOU aroKTOnKav arnd Tov éva yovid aAMnAeridpolv
ge autd Tou artoktBnkav and Tov dMo yovid yla va TapaxBouv véol
ouvduaouol aAMnAoudpewy. H mbavétnTa autd ta aAnAduopda va

avaouvduacBouv Katd v pelwon TolkiAel avaloya pe TV erurkn arnoé-
oTaon Tou €xouv To éva arnd To AAO OTn XPWHOOWIKY) aAAnAouxia. H
mbavétnTa avacuvduaopoU (.. ardoTaon) TIOCOTIKOTIOETAl Oe [oVd-
deq oevTiudpykav (centimorgan units-cM). Mia cM efval N XpwHOOWIKN
andotaon ndvw and Tnv onoia urntdpxel 1% rudavétra dUo aAnAduope-
®a va emnxlactoly Katd m didpkela NG peiwong. O emixiaoudg eival n
Bdon yia TNV avdpelEn Twv YOVIKOV aANAOUXIWV KaTd TV avamtuén,
ETUTPEMOVTAG TN YEVETIKY| dlapoportonon Twv aroyovwy. H avdAuon g

r

Eikdva 1-6. Emuxiaopudg kat avaouvduaouds. A. Avo armhoeldn xpwuoonpuata anewwovifoviay,
€va anod KaBe yovid (KGKKWvo Kat UTAE) pe B0 YEVETIKOUG TOMoug va oupBoAifovTat e Ku-
KAoug Kkat Tetpdywva. B. Emlaoudg evig and kabe amhoetdr) yovikd xpwudowya. . To
avaouvOUaoUEVO AMOTEAEOHA A0 TA TUARATA TWV XPWHOOWHATWY avadlavepel Evav aro-
€101 1m0 (TeTpdywva) and Kabe dimhoeldEg {elyog ato GAAo.



TAONG OUYKEKPIUEVWY AANAOUSPPWY va KAnpovououvtal hadf umodn-
Awvel 6Tl n andéoTaon Tou avaouvduacopoy oTo avBp®rivo yovid{wpa ef-
vat 3000 cM.

H avayvmplon Tou yovidiou 1} Twv yovidiwv utteUBuvawy yia ToV aivo-
TUTTO HIAG OUYKEKPLUEVNG TTIOAUYOVISIAKNG VOOOU TIPOUTOBETEL TNV KATA-
vOnon TNG TOTOYPAPIKAG AVATOU(OG TwV avBp®TIVOU YOVISIWHATOG, KATL
To ortolo eival dpENKTa CUVOEDEUEVO LE TIG TTEPIBANOVTIKES eTIOPACELG.
To npdypappa Tou avBpwivou YovISIWHATOG POTABNKE MPWTN Gopd
To 1985 Kal aroteAoyoe TV dlebvr] mpoomdbela va kaboplotel oOAOKANEN
N VOUKAgoTIDIKY) aAAnAouxia Tou avBpdTivou YoVISIOHUATOG, CUHTEQL-
AQUBAVOVTAG KAl TNV KATACKEUT] QVAAUTIKWOV YEVETIKWOV, QUOIKWOV Kal He-
TAYPAPIKWOV XAPT®Y, Je TNV avayvadplon KAl XAPAKTNEIOWO SAwV Twv
yovidiwv. Autr) n erudpopr] otn BloAoyia peydAng KAUakag xapaktnpi-
otnke and Tov vopreAiota James Watson wg n kaboploTikr| ottydr} g
CwNG Tou, va Yivel udptupag Tou povoratioy ard v JImAY éNka oty
«aMnAouxoroinon» 3 dloekatoppupiny Bdoewv avBpwriivou yovidlhpa-
TOg, avolyovtag To dpAduo yia v Katavénon mg eEEAENG Tou avBpw-
TIOU KAl A&loTIoLdVTAG TA OPEAN TOU YIa TNV avBpdTIvn Uyela.

Avdueoa ota TpwlhdTePa emitedyuata Tou TIPOYPAUUATOG TOU av-
BPWOTIVOU YOVISIOPATOG HTAV N AVATTTUEN XapTwy de avdAuon 1-cM,
€kaotog va repléxel 3000 delkteg Kat n avayvwpton 52.000 aAnAouxo-
TTOMUEVWY TIEPLOXWV. A TNV AEITOUPYIKY) avAAUon o KAUaKa YovIBL®-
hatog, €ylve YeydAn TeXVoAOYIKY T1pdodog, e Hebodoug uPnAng aro-
doong ouvBeong oAlyovoukAeoTid{wv, BIBAOBrKeEG CUUTIANPWUATIKOU
DNA (cDNA) kat DNA pikpoouototxieg. To 1998 1 1I0lwTIKY eTtixelpnon
Celera ipdtetve éva TApOUoLo eYXElPNHA HE TO TTPSYPAUA avBp®iivou
YOVIBIWUATOG XPNOIUOTIOWVTAG (I EMIAVACTATIKY TIPOCEYYLON, TNV aA-
AnAouxion pe BoAr (shotgun sequencing) yia Tov kaBoplopd ™G aAn-
Aouxiag tou avBpwrivou yovididpatog (http://www.dnai.org/c/
index.html). H pué€bodog aMnAouxnong pe BoAr) oxedldotnke yia Tuxaia
aMnAoUxnon oe peydAn KAlaka kat TV akoAoudn eubuypduuion Twv
TUNUATWY TToU aANAOUXOTIOMBNKAVY HE TN XE110nN UTTOAOYIOTIKWY Kal Ja-
BNUATIKWY HOVTEAWV. 2TO TEAOG TO TIPOYPAUUA avBP®ITIVOU YOVISIWUA-
TOG Kal N WK erxeipnon Celera dnuodpynoav €va ekAETTTUCHEVO
X&PTN 6Aou Tou avBp®TIVOU YovIBldpaTog To 2001.

E€arriag Twv dlagopwv otnv alnAouxia Tou YovISIWUATOG TTOU TIPO-
KUTTTOUV G OUVETTEI PUOLOAOYIK®OV BLOAOYIK®MY TIAPAANQY®V 1} TIOAU-
HOP®IOU®Y, Ol EMAKOAOUBOL TIOAUMOPPIOUOL UNKOUG TIEPLOPLOTIKOU
Bpavouarog (RFLPs) dlapépouv avdueoa ota ATopa Kal KANPOovououv-
Tal akoAouBwvTag Toug pevdeAikouq vopoug. Autol ol TIOAUPOP®LOUO!
eEUTINPETOUV WG YeVETIKOl De(KTEG YA OUYKEKPIUEVOUG YEVETIKOUG TO-
roug oto yovidiwpa. Evag and toug Tio xperiotpoug turtoug RFLP yia
TOV EVIOTIOMO YEVETIKWY TOMWY OTo Yovid{wpa elival autol Tou TEokUy-
nTouv and dladoxkég emavaliyelg uag akoAoubiag. Ot dladoxIKEG
enavaNipelg pogpxovral and v oAlodnon g DNA moAupepdong Ka-
TA TNV avIlypaer] otnv Tepmtwon Twv Bpaxewyv dladoxIkwy enavaliye-
wv (STRs) kal ard Tov Avioo ETIXIAoOUO OTNV TIEPITTTWON TWV UEYAAUTE-
pwv aparaywv. Ot STRs efval katavepnugvol oe 6Ao To yovidlwua kat
efval 1dlairepa moAupop@ikoi. Auto{ ot delkteg €xouv dUo dlAPOPETIKA
aMnAdpoppa oe K&Be TTIO TTIoU TIPogpXovTal éva amd KABe yovéa Kai n
TPOEAEUOT TWV XPWHOOWUATWY Urtopel va dlakplBel pe Tnv avdaAuon
Toug,.

H xprjon Twv 1dlaitepa TIOAUHOPPIKGOV eNavaAapBavopevwy aAnAou-
XLV Tou Bplokovtal og G0 To yovidlwua cav yevetikol delkteq napeixe
™ BAon TG XaPTOYPAPNONG CUYKEKOIUEVWY YEVETIKWV TOTIWV KABIEPW-
VOVTaG TNV OUCXETION 1) TNV oUvdeon pe emileypevouq deikteq. H avdiu-
on olvdeong moRAEneTal arnd pa Bacikr) apxr: n rbavétra ot €vag
ETIXIA0NOG Ba oupBel katd Tn pelwon peldvetal and To katd 1déoo o 16-
TOG TIoU pag evolapgpel ival kovtd oe gvav dedopévo delktn. H éxtaon
™G YEVETIKNG oUvdeong uropel va eEakplBwoel yia kdBe oudda yeveTtl-
KAV TéMwv, évag and Toug omoioug UMopel va TIEPLEXEL I UETANAYT
tou TipokaAe( véoo (Eikéva 1-7).

N ENTOIIIZMOZ METAAAATMENQN F'ONIAIQN

H avayvawplon evog ouykekplpévou yovidiou mou Tiiotedetal Ott TipoKa-
Ael Ul OUYKEKPIUEVN avBpWTTIvn vOOOo TIPOUTIOBETEL TNV AvayvdPLoN Le-
TAAAY®V OTO OUYKEKPIUEVO Yov(dlo. Av To yovidlo Tou eival Urortto va
npokaAe( Tov aBoloyikd gawvéturo elval yvwotd, n alnAouxia Tou
uropel va Bpedel e oupBaTikeég uebBoddoug KAwvoroimong Katl aAAnAou-

Mépog [. Eloaywyn otn Moprakn latpuc
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Eikéva 1-7. Avdluon alvdeong. H avdluon m¢ ouox€tiong (.. YeveTkn yetviaon) piag
petaAhayng (M) kat evdg ToAupoppikou aAAnAdpop@ou delkm (A) rou deixvel aTevr oUvde-
on enetdn N petarhayn daywpiletal padi pe 1o aAANAGHOPPO A, VW 0 PUOIKGG YEVETIKGG
Tomog (WT) oxetiletat pe 10 aAAnAdpop@o B.

X10NG Kal va avayvwploTel €10t 1) peTalayr. Mia moikiAia Texvikawv efval
dlabéatun yia v avayvoplon Tov petalaydv. Ot petalayEg mou
apopolv TPoodrkn 1} dlaypaer) peydAwv Tunudtwy DNA urmopouv va
avixveutouv e Tnv uBpldoroinon katd Southern, oty omoia To anopo-
vwpévo DNA uBpidoroleital pe éva padlevepyd OnUACHEVO TURHA piag
aMnhouxiag cDNA. AkolouBel enwaon Tou DNA ue pia OUYKEKPLUEVN
TIEPIOPLOTIKY] evdovoukAedon Ttou dlaortd v aMnAouxia DNA mou pag
evolaPEPEL 08 OUYKEKPLUEVA ONpela yia va mapdyel HIkpdTepa TUAHaTa
Kal auTd va armoTtunwBouv e TNV NAEKTPOPOPNON OTO TIMKIWUA ayapod-
0ng. ANay€g otV KIvNTIKOTNTA TOU TINKTWHATOG CUYKPITIKA e TNV aAAn-
Aoux{a Tou dyplou (puolkou) TUTIOU PMopoUV Va KATaoTouV eupaveiq wg
OUVAPTNON TWV LETABOA®Y TOU HOPLAKOU UeygOoug Tou TURPATog. EvaA-
AGKTIKG, N aAuodwtr avtidpaon noAupepdong (PCR) uropel va xpnot-
poTtoinBe( yia Tov eviomioud JETAAAYDV.

> dladikaoia Tng PCR, pikpd oAryovoukAeoTidia (20 éwg 40 Rdoelq
pgyedog), Tou elval CUUMANPWHATIKA TIPOG TIG Teploxeq Tou DNA Ttou
rep\apBAvel TNV akoAoubia TIou pag evolapePel Kal OUUTIANPWUATIKA
yia kdBe kKAbvo NG JMAG é\ikag Tou DNA, ouvt{Bevratl kat Xenotporol-
ouUVTal WG EKKIVITTEG YIA TOV TIOAMATAQOIACUS TNG OUYKEKOIUEVNG AAAN-
Aouxiag DNA. Autol ol ekkivnTég TipootiBevral oto didAupa Tou DNA. H
Beppokpaoia Tou JIAAUPATOG AUEAVETAL HOTE VA AMOXWPLOTOUV Ol AAU-
o{deq Tou DNA Kkal HeTd peldveral yia va erutpartel n mpdodeon-uppldo-
TonNoN TwV eKKIVNTWY OTIG CUUTIANPWUATIKEG TOUG aMnAouxieg- otd-
xoug. Mia BeppoavOektikr) DNA moAupepdon nepih\apBdavetal otnyv avti-
dpaon yia va ouvBéoel véo DNA e kateyBuvon 5 mpog 3’ and toug
OUVOEDENEVOUG EKKIVITTEG. 2TN OUVEXELA 1) Bepuokpacia auEdvetal waote
va anoywpLoTouv ot d{kAwveg SOHEG Kal HETA UELVETAL Yia va erttparnel
€10l évag AAog KUkAog ouvBeong DNA. Apketol KUkAol evaAhayng Bep-
pokpaoiag (ouvnBwg 40) mpayparorololvTal yia va moAanAaotaote(
eKOETIKA N OUYKEVTPWON TG aMnAoux(ag Tou pag evalagepel Kal va
avayvwplotel oav mpoidv PCR oto mriktwpa ayapdlng Katd tnv nAe-
KTpopoépnon e epopiouca XpwaoTikr. To MPoidv uropel va anopovw-
Bel kal va aAMnAouxnBel waote va avayvwploTel N HETAAAY.

>V Tepltwon peydhou oe péyebog yovidiou Omou 1 petalayn ei-
vat dyvwotn (edIkd av efval onuelakr) Hetalayr), dnopouv va Xenotuo-
romBouv dAoL EBODOL Yia va avayvwpEloTel N mibavr) uetal\ayr| otnv
aMnAouxia Tou eEoviou. Mia ouvriBng mpoogyylon arotelel 0 Aeyx0q
™mg yovidlakrg arMnAouxiag yia petariaygg ou aAdlouv ) SOUIKN
SAPSPPWON UIKPWY CUUIAEYUATWY UETAEU Tou unTeikoU DNA kat Twv
npoidvtwv g PCR, odnywvtag oe aAayn TG KIVNTIKGTNTAG OE TNKTw-
pa ayapddng KAtw armd un arnodlaTakTIKEG OUVOrKeg (.. avdAuon Tio-
AUHOP®LOPOU BlapdPG®wong HovOKAwvVwY aluoidwy). H avtikatdoraon
piag pévo Bdong 1y n dlaypaer) Tng uropel va aldEel Tnv dlapdéppwon
TOU OUMTAGKOU OTaV OUYKPIVETAL e TA CUMTAEYUATA Ayplou TUToU €101
WOTE va MPOoodWoel pia aAayr otny KvnTikatrta. H aAMnAouxion autq



Ke@dAawo 1. H Mopulakn Bdon twv AvBpwmvwv Noonpdatwv

NG -OUYKPITIKA- UIKENG TTEPIOXNG Tou Yovidiou dleukoAUvel TRV akpiRn
avayvoplon g JeTalaynia.

‘Otav 1o yov(dlo mou TioteleTal ATl TIPOKAAE! TOV TABOAOYIKO GavoTu-
o efval dyvworo, étav n rbavr) 6€on Tou oto yovidiwua dev €xel ava-
yvwplotel 1j dtav TeplopIopEVEG TIANPOPOPIES Yia TNV XapTOoyPd®pnon
Tou elval JlaBEOIUES, XPNOILOTIOLETAL N TIPOCEYYION TOU «UTIoWr®IOU YO-
VId{ou» yia va avayvwploTe! To HETAAAYUEVO Yovidlo. Y& auTr TV Tipo-
ogyylon Tubavd uroympla yovidia avayvwplifovtal he fdon my avaioyia
TOUG TIPOG TA avToTOXA {WIKWY HOVIEAWV 1) he TNV avAAuon YVwoTwy
yovidiwv Trou Bplokovtal atny TiepLoxr] TOU YOVIBIMHATOG YIa TO Orolo &i-
vat dlabéoipeq Teploplopéveq Anpogopleq. Ta utownela yovidia ava-
AUovtal yia riBaveég UeTAMaYEQ. AOXETWG TNV TTPOCEYYIONG TIOU XENOl-
poroleftat, ol petaAAayég mou avayvwpifovral o uttoymola yovidia
TPETEL TTAVTA VA CUCXETICOVTAL e AEITOUPYIKEQ AAAYEQ OTO TIPOIOV Tou
yovidiou emeldr] HePIKES UETANAYEQ UTTOPE! va efval olwTNAEQ AetToup-
YIKG, avirpoowrnedovtag evav TIOAUHOP®IoHO XWPIG PAVOTUTIKEG el
mrwoelg. Ot AeToupyIKEG AAAYEQ OTO TIPOIGV Tou Yovid{ou urmopouv va
afloAoynBoulv pe Tn XPrion KUTTAPIKGOV KAANEQYELDY (DOTE va exTIUNOel
n Aettoupyia NG MPwTeivng. AUuTS eTITUYXAVETAL UE TNV EKGEAOT) TNG He-
TaAQYUEVNG TTPWTEIVNG HEOW TIAPODIKNAG ETIUOAUVONG TWV KUTTAPWY e
€va Popea Tou petadepel To cDNA, Ttou Kwdikorole( To yovidlo Tou pag
eVOLAPEPEL, EVOWIATWVOVTAG £TOL TNV QVTOTOLXN UETAAAYT). EvaAakTL-
KA Hovadikd {wikd PovTéAa propouv va TapaxBouyv, ota orola 1o Je-
TaMayHEVO YoV(dIo EVOWUATOVETAL OTOV APOEVIKO TIPOTIUPHVA WOKUTTE-
pwv TIoU AapBdvovtal ard €va YovIoToINuévo BnAukd oe urep- wobu-
Aakioppn&ia. Aut n évwon apdyet éva (Ho Tou UNepekPPAleL TO [e-
TaAaypévo yovidlo, gva dlayovidlakd (Wo, TIou €xel TIapandvew apldud
avTlypd@wv ard To Yovidlo TIou pag evalapepel 1y €va (o oTo oTIolo To
uné peAETn yovidio dlakdmretal kal dev ouvtiBetal To mapaywyo Tou
(T.x. Cwo e arootwrmnuévo yovidlo- knockout gene, 1} (o e PIoo [ete-
poluywtng] 1 kabdAou [opoluydtng] and Tov ouvridn aplBud Tou dedo-
pévou yovidiou).

Moptaxi AlayvweTiki

H dUvaun Twv HOopLaKWOV TEXVIKWY eKTelveTal TIEPA amd TNV xPrjon Toug
otov KaBoplopd NG akplBoUg HoPLaKNG BAONG MIAG KANEOVOUOUUEVNG
vooou. ExkpetalMeudpevol TNy ekmANKTIKY euatobnoia tg PCR yia tov
TOAANAQCIaopS oTaviwy VOUKAEIVIKOV aMnAouxiay, eivatl duvatd va
dlayvwaoTel ypriyopad Hia oelpd UOAUCUATIK®Y A0BEVEIDY TWV OTo{wV Ol
HovadIkeg aMnAouxieq eival dlaBEoIUES. ZUYKeKPLUEVA, LOAUVOELG TIPO-
KaAoUpeveg amnd anaitnTikoug 1) apyd avarTuooOUEVOUS OpYaVIoUoUq
propouv va dlayvwaotouv Ypriyopd, onwg oty mepitwon Tou Myco-
bacterium tuberculosis. H apoucia yovidiwv oe pikpoopyaviopoug Tiou
TIPOOPEPOUY QVTIOTAON 08 CUYKEKPIUEVA QVTIRIOTIKA Uropouv ermiong va
BpeBouv pe v PCR. H aAMnAouxion 0AGKANPOU TOU YOVISIOUATOG 0p-
Yaviopwv onwg n Escherichia coli, to M. Tuberculosis kal 1o Treponema
pallidum Tpoo@épel amapdUIMNEeS eukalpieq oTnv apakoAoubnon g
EMBONUIOAOYIKNG OOUNG TWV AOIMWDEEWY, OTnV Topela emikKinTwy PeTaA-
AQY®WV, OTNV KATACKEUT| QVTIRIOTIKWY Beparelwy Kal otny avartuén po-
VadIK®V YoVIdIAKWY Bepareldv (oudnreftal mapakdtw) yia HOAUCUATL-
koUgQ MapdyovTeq yla Toug oro{oug ol cuvnBlopéveg avTIBLOTIKEG Bepa-
rieleq elval avamoteAeouaTikég 1 OPIOKA AMOTEAEOUATIKEG.

H epappoyr) Twv HoplaK®dV HeBddwv OtV avBpMTIIVN YEVETIKY €pepe
€MAvACTAON OToV TopEa autdv. Méow g Xerong HeBddwy Tou XPnol-
gortololv Tnv avdAuon ouvdeong kat v PCR, onuelakég peTaAAayég
UIopoUV va evioTioToUV KAl Va XapakIELotouv. 3To AAAO dKpo Tou @d-
OUATOG TWV YEVETIKWY AAAQYWY TIOU apopouv oe pia véoo, ot XOWwHoow-
HIKEG UETATOTI{OELG, Ol dlaypadEg 1) ol dIMAACIAopol Urmopolv va ava-
YVWPLoTOUV and cupBaTiKEg HeBddoUG KUTTAPOYEVETIKNG. MeydAeg dla-
YPa®EQ Tou TepAapBdavouy TIoAd Celyn KINoBAcewy Kal TIOAG yovidia
prnopoUv va anotunwBouv pe Tnv eBopilouca uBpidomoinon in situ
(fluorescence in situ hybridization - FISH), pia texviki otnv orola éva
TUrua kKAwvortoinuévou DNA onuaivetal pe pia ¢bopiouca ouacia kat
uBptdorolelTal e To Xpwpoowuikd DNA. Otav undpyel dlaypadr| Twv
TUAMATOG TIOU pag evdlagépel amd To Yovidiwua, To XPWHOoWUIKS DNA
dev PBop(Cel oTNV avapevopevn XPWHOOWHIKY| TIEQLOXT).

H npdodog otnv HOoPLaKY LATPIKY) aveédelEe TOUG UNXaviopoug TG Kap-
KIVOYEVEONG Kal €Pepe emavAoTacn otnv dlAyvwon Kal avTILETWTToN
TWV VEOTIAQOUATIKWY aoBeveldv. ZUpewva e Ty olyxpovn OrTTIKY TO
VEOTIAQOUA TIPOKUTITEL ATTO TOV KAWVIKG TIOAATTAQCIAoUS VO KUTTAPOU

TIOU UETATITTTEL and pia opyavwpévn, HEEUn KATAoTaon oe pia aviuaAr
@don avdrtuéng. H BAGRN Tou DNA abpolletal oto yovikd KAapKIviKd
KUTTAPO 0aQ ATIOTEAECUA EEWYEVWV TIAPAYOVIWV (TL.X. padlevepyodq €k-
Beon) 1] KANPOVOUNOIMWY TTAPAYOVIWY. 2TIG APXIKEG PATEL] TNG KAPKIVO-
YEVEONG, OPIOHEVES YOVISIWUATIKEG AANAYEG UIMOPOUV VA TIPOKAAETOUV
peydAAn yeveTikr) aotdBela mou auEdvel v rbavotTa ermmnpoobetng
BAGRNG. Mia katnyopia yovidiwv Tou evepyoroleital Katd TV KAPKIVO-
Yéveon elval Ta oykoyovidla, Tou efvat apx€yova yovidla mou undpxouv
PUOCLOAOYIKA OTO Yovidiwpa Twv BNAQoTIKWY O avevepyr] Katdotaon
(Mpwro-oykoyovidla), aMd dtav evepyorololvial TPOAYouV ToV avidpa-
AO KUTTAPIKS TIOAATIAQCIAOUO HECW OUYKEKPIUEVWV EVOOKUTTAPIKWY
ONUATODOTIKWY LOVOTIATIWY.

Moplakég péBodol ou Baociovral otV amndKINon OUYKEKPIUEVWV
KAPKIVIKAOV SEIKTWOV Kal hovadikdyv DNA aAnAouxiav Tou efval arotéle-
OUA OYKOYEVETIKWY DEIKTWY amd UEYAANEG XOWHOOWUIKEG AVWUAAEG
(M.x. petarortioelg 1 dlAyPAPES TIOU TIPOKAAOUV OYKOYEVEDT)) ePAPHO-
Covtal eUPEWS OTNV JIAYVWON TwV KaKonBeldv. AUTEQ ol péBodol Uro-
pouv va xpnotporomBouy yia va dlariotwbel N mapoucia oUYKeKPIE-
VWV KAPKIVIKGOV SEIKTOV Kal oykoyovid{wv oe defypata Blodidy, ya va
emBeBaiwOel n apouoia 1) TaPAUOVY] KUKAOPOPOUVTWY KAPKIVIKWY KUT-
Tdpwv PETd TV oAokArjpwon evog KUKAoU XnueloBepareiag kat yia va
Bpebel N avAarTugn YeveTikng avtioTaong oe CUYKEKPIUEVOUG XNUkoOe-
parteutikoUg Tapdyovteg. Méow g xpriong TNg avdiuong ouvdeong
Kal g peBBOdou «uroPn@lou yovidiou», HENOVTIKEG HeAETeG Ba prto-
poUv va avayvwpioouv ta dropa pe KANPovoulkn ipodldfeon yia Ka-
Konen e&aMayry. MoMdA and autd ta Béuara ounrolvtal oe endueva
Kepdhala.

H avdrtuén Twv UIKoooUoTOIXIOV EKPEAONG EPEPE EMAVACTAON OTNV
HopLaKr) dlayvwoTiky) kat dpxloe va Eekabapilel v maboguolohoyia
ouvBetwv voonudtwy. AUTEQ ol TEXVIKEG onpaivouv To cDNA 1ou Tapd-
yetal and 1o ouvoho Tou MRNA TIoU aropovaveral and éva KUTTapo 1
LOTIKO TIapaokeyaopa pe pia padlevepyo 1 ¢pBopiCouoa ouaoia kat uBpt-
dormolefral og €va otabepd UMOOTPWA OTO OToo efval TIPOOdEDEUEVES
TTIOMEQ SIAPOPETIKES TIOAUVOUKAEOTIDIKEG AAANAOUX(EG e YVwOTr) aAn-
Aouxia. To orjua and 1iq onuaouéveg cDNA aAucideq Tou €xouv TPoo-
Oebel 08 OUYKEKPIUEVEG TTEPIOXEQ TNG OUOTOIX(aG TapakoAouBeiTal kat n
OXETIKA TTANOWPA OUYKEKPILEVWY AAANAOUXIDV OUYKPIVETAl HE aUTh
evoq delyuatog avapopdg. Me autriv TNV TIPOCEYYION Ol IKPOOUCTOLX(EQ
uropouv va Xpnolporoinboly oav HopPLaKO armoTunwud yid TV dldyvw-
on Hla OUYKEKPIMEVNG vOoOoU (TL.X. O TUTTOG TNG KakorBelag Kat n eual-
oBnola Tou omyv Beparteia kat v MEAYVWON) Kal va avayvwplotolv Ta
yovidia 1 ékppaon Twv omnolwv auEdvetal 1) HElDVETAL 08 H{a OUYKEKPL-
pévn KatdoTtaon (M.X. avayvaplon Yovidiwy TOOoToToMNTIKWOY TG VOoOoU).

MoMEQ AMNeG ePAPHIOYES TWV TEXVIKWOV HMOPIAKAG LATPIKAG efval dla-
BEoIpES EMIMPOODETWG AUTWV YId TIG HOAUOUATIKEG VOOOUG KAl TNV OY-
kohoy(a. Ot poplakég peBodol uropolv va xpnoluoroinbouy yia va Ee-
OLOAUVOUV YEVETIKEG DIAPOPEG OTOV UETABONIOUOS TIOU UTTOPEl va TpoTto-
Tolel TNV PAPHAKEUTIKY) aQvTaMOKpLon o €va MANBUOUO atopwy (T.X.
(PAPUAKOYEVETIKY)), VA XPNoluoTomeel otny orjuavon Omwg 1 marpdtnta
1} 1 TIOWIKY) eVOXT| KAl va ETITPEWEL TNV ETIONHIOAOYIKT| avdAuon o pia
YEVETIKY| Bdon.

Tovidia kat AvOpwmiviy Nocog

Ol avBpwrtiveg YeveTikég voool propouv va dlaipebolv oe Tpelg ueyd-
AeG KATNYOp(eq: AUTEQ TToU TipoKaAoUvTal ard uia peTalayr| oe €va uoé-
VO YOV(OLO (TT.X. HOVOYOVIOIOKEG avWUAAEG, HevOENKA XapaKTNPLOTIKA),
QUTEG TTIOU TIPOKaAOUVTAL amd PETAANAYEG OE TIEPIOOATERA ATIO EVA YOV(-
dla (T.x. TIOAUYOVIBIAKEG vOOOL, OUVBETA XAPAKTNPLOTIKE) Kal 0g AUTEG
TIOU TIPOKAAOUVTAL ATtd XPWHOOWUIKEG avwpaleg (Mivakag 1-2). Ot me-
PIBAANOVTIKOL TTAPAYOVTEG UTTOPOUV VA OUVEICPEPOUY OTOV PAVOTUTIO
™G vOoOoU Kal OTIG TPELG KATNYop(eg, HEOW TNG TEOTIOTONONG TNG YOoVi-
OlOKNG EKPPAONG 1) ATTOKAAUTTTOVTAG IA BIOXNUIKY avwpaNa Tiou dev
€XEl AEITOUPYIKES OUVETEIEG OTAV ATIOUCIAZEL KATTOL0 £pEBIoUA 1] KATIOI0G
OTPECOYHOVOG TAPAYOVTAG.

OL KANOIKEG OVOYOVIDIOKEG aoB8veleq elval N OPETIAVOKUTTAPIKY aval-
uia, n olkoyevrg urtepxoAnoTepoAalpia Kat n KUOTIKY (vwon. AUTEG oL Ye-
VETIKEG a0B€veleq elval aMOTEAEOUA AMTOKAEIOTIKA UIAG ONUEIAKNG UETAA-
AQYNQ (1.X OPETIAVOKUTIAPIKY avalpia) 1) piag amd ueplkeq UETAAAYES
(m.X. olkoyevig urepxoAnotepoAalpia, KUOTIKY vwon) oe pia olkoyévela
(r.x. Pauling paradigm). Kdmoleg ané autéq Tiq uetalaygg eEeAixbnkav



Mivakag 1.2 Mopiakn Bdon Twv peraAAaywdv

Tumog Mapadeiypata

MONOTONIAIAKEZ NOZOI

AUTOOWHIKOG ETIKPATNG TMoAukuaTikn voog Twv vegpv 1, veupoivwpdtwon 1

AUTOOWHIKOG UTIOAELTIOHEVOG B- Bakaooawuia, Néoog Gaucher

®duhoolvdeTog Awoppopuhia A, Muiki) duotpogia Emery-Dreifuss

Mia aré noAAEQ petalhayeg Owoyevig umepyoAnatepoAalia, KUGTIKY ivwaon

MOAYTONIAIAKEZ NOZOI

2U0vBeTa xapakmpLoTtika 2aKxapdng dlarmg Turou 1 (vaoulvoegapTwpe-
v0g), UTEPTaaT), aBnpoaKANPWTIKY V600G, KapKivog

XPOMOZQOMIKEZ ANOMAAIEZ

Aaypaggg, dmhaaotaopol 20vdpopo Turner (LovoOowia),

20vdpopo Down (tpowpia)

yla va mpootare’oouy Tov Eeviotr. IMa mapddelyud, n dpenavoKuTIapl-
k) avawuia napeixe npootaci{a évavtt Tou MAacuwd{ou Tng ehovooiag
(Plasmodium falciparum) kat n KUoTIKY (vwon Tipootacia ard Ty XoAE-
pa. Mapadelypata moAuyovidlakdy acBeveldv 1 oUVOETwY Voo udTwy
elval o oakxapwdng dlaBritng Turou 1 (IVOOUAVO-eEQPTWHEVOC), N abn-
POOKANPWTIKY) KAPJIAYYEIOKT vOoog Kal 1 urtéptaon. ‘Eva mapddetyua
XPWHOOWHIKAG avwpaAag elval n mapoucia evég eMMALOV XPWHOOW-
parog 21 (r.x. Tplowuia 21).

H OUVOAIKY| ouxvOTNTA TWV HOVOYOVISIAK®OY VOowy elval iepimou 1%.
To 60% autwv TepAauBAavoUV TIOAUYOVIBIAKEG VOOOUG, TIOU apopouV
VOONATA Ue YEVETIKO UTtORabpo mou eugavieTal apydtepa otn {wn.
Mepimou 10 0,5% Twv HovoyovIdlaKkwy acBeveldv TiepA\apBAavouy Xpw-
MOOWHIKEG avwpalieg. Ol XoWHOOWUIKEG avwuaAieq eival ouxveg artieq
QUTOUATNG ATIOROANG KAl SUCTIAQOLAV.

>e avtiBeon pe v enikpatoUoa Amown TwV MPWTWY YEVETIOTWY, Alyol
efval ot pavéturol Trou kabopifovral eE0AOKAPOU ard éva POVO YeveTl-
K6 Tomo. Ot ovoyovISIakEG aoBEveleq eival OXETIKA OTTAVIEG, WOTOOO &
val XProlUES Yia TNV KATavonon UePIKWY BACIKWY apXwV KANPOVOUIKO-
™rtag. Tpelg TUTTOL OVOYOVIDIAK®Y A0BEVEIDY UTIAPXOUV: QUTOOWHIKN
EMIKOATOUOA, QUTOOWHIKY UTTOAETIOUEVN KAl PUAOCUVIETT KANPOVOULIKO-
mra. H emikparodoa Kal UMTOAEITTOPEVT KANPOVOUIKOTNTA avagEpeTal
OTOV TPOTO KANPOVOUNONG evOg YEVETIKOU XAPAKTNPEIOTIKOU Kal €XEl
OXEON He ToV aplBud TwV PETAAAYUEVWDY AANAOUOPOWY OE €va YEVETL-
KO TOmo. Av 0 QavaTUTog KabopiZetal ard v mapoucia g KETAAa-
YAG O€ éva HOvo aAMNASHOP®O TATE N LETAAAYT| OvouddeTal eTikpaTtou-
0a Kal n eTepdluyogq katdotaon mpocdidel OTo ATOUO TOV KAWVIKG Gpave-
Turo. Otav n pgetaAayr undpxel kal ota dUo aAMnASUop®a, Yid va ey-
paviotel 0 PAVATUTOG N LETAANAYT) OVOUAZETAL UTTOAEITTOUEVT KAl JOVO
omv oudluyo katdotaon Ba Tpoodwoel Tov Gavéturo oto dropo. Ot
ETIKOATOUOEG KAl Ol UTIOAEITIOUEVEG ETANAYEG Urtopel va odnyouv oe
anwAela 1 anoékmon pag Asttoupylag tou yovidlakou mpoidvtog. Otav
n heTaMayn eival tapouoa oto Xpwudowua X, oplletal wg puAooUvde-
™ (ota dppeva dropa eival e€ oplopoU emnikpatouoa) aAdG ovopdieTal
QUTOOWWIKT).

H onuaocia g avayvadplong piag meavig YEVETIKNG VOooU wG KANPo-
VOUNOLIUNG He Tov €va anod autoug Toug TPELG Unxaviopoug efvat Tt n vo-
00G TIPETEL VA EXEL UIA ovr PN YEVETIKY avwpaAia Tiou va odnyel oe pia
avwpaNa oe pia mpwteivn. Ol TUTTIKEG YEVETIKEG aoBéveleq TpokaAouvTal
and peral\ayn oe kwdikoronTikry aAAnAouxia (e€dvio). Qotéoo dtav
oupBalvouv LETAAAYEG OE IVTPOVIKEG KAl AMEG UN UETAYPAPIKES TIEPLO-
X€G TOU YovIBIOHATOG, propel va dlatapd&ouv v Aertoupyia 1) v €k-
(PO CUYKEKPIMEVWY Yovidiwv. MNapadelypata véowv pe autou Tou ef-
d0oUQ TIG METAAQYEG elval 1) LUOTOVIKY) duotpogia kal n ata&ia Friedreich.

To &ropo pe EMIKPATT) HOVOYOVIBIAKN VOOO TUTIKA €xel €va TpooRe-
BAnuévo yovéa kal TBavatnta 50% va PETadwOoel TNV ETANAYT| OToUq
arnoydévoug Tou. Ta apoevikd kat Ta BnAukd dtoua €xouv (oeg mibavotn-
Teq va TPooPAnBouv kat dla mbavdétnta va HeTadwoouy TO XaPaKTNPL-
OTIKO OTOUG aroydvoug Toug. To XAPAKTNPLOTIKG dev Jrtopel va uetado-
Bel oToug amoydvouq pn PooReRANUEVAVY YovEWY. AVTIOETWG, TO ATOUO
e UTTOAEITTOUEVT) LOVOYOVIBIAKT) VOOO TUTIKA €Xel YOVE(G TTou elval KAWL~
KA uylelq. Ot mpooBeBAnuévol ETEPOLUYWTIKOL YOVEIQ yia TNV JeTaAayr
€xouv 25% muBavotnta va PETadWOoouUV ToV KAIVIKG (palvoTumo OToug

Mépog [. Eloaywyn otn Moprakn latpuc

anoyévoug Toug aMd 50% TiBavétnTa va PeTadmdoouy TNV UETANAYT
otoug anoydvoug Toug (X, amnd Toug pn mpooReBAnuévoug gpopeia-
anoyovoug).

Mapd mv EekdBapn KANPOVOUIKOTNTA TWV OUVNBESTEPWV UOVOYOVI-
SIAKWV VOoWV (T1.X. OPEMAVOKUTIAPIKY avalpia), n KAWIKY Ekppaon g
vOOOU O€ éva ATOUO Je TOV avapevopevo pavaTutto yia TNV vooo uropel
va dlapépel. H uetaBAnTétnTa e KAIVIKIG Ekpoaong opiletal wg To eu-
0OG TWV PAVOTUTIKWY aAaydV Tou apatneeltal oe dtopa mou ¢g-
POUV WIA OUYKEKPIUEVN UETAANaYT. H SielodutikdTnTa avapEpetal oe éva
HIKPATEPO UTTOOUVOAO ATOUWV HE TIOKIAN KAWVIKY) EKPPAON UAG HETAA-
Aayng kat op{letal wg n avaAoyia Twv atopwY Ue Evav CUYKEKPIUEVO YO-
VOTUTIO TIOU eUPaVICOUV OTIOLODNTIOTE KAIVIKG (PAIVOTUTIKG XAQAKTNPELOTL-
Kb TNG vooou.

Tpla kUpla xapaktELoTIKE kKaBop{Couv TV PETARANTOTNTA TG KAWL~
KNG €Kppaong 1 v ateNr] JIEIOOUTIKOTNTA OGS OUYKEKQIUEVNG YEVETI-
KNG dlatapaxng: ol mepIBarNovTIKol Ttapdyovteg, N emidpacn dMwv ye-
VETIKOV TOTIWV Kal n tuxaia emioyr). Ot TieptBarovTikol TiapdyovTeq
HIOPOUV va TPOTIOTIOW|C0UV TO (GAVATUTIO TNG VOOOU He TNV alayr Tg
YOVIOIOKAG €kpPaong He dlApopoug TPATIoUG, ONwg Pe TNV emnidpaon
OTOUQ PETAYPAPIKOUG TIAPAYOVTES (TL.X. METAYPAPIKOUG TAPAYOVTEG
TouU gival euaioOnTol oTnV KUTTAPIKY) 0Eeldworn, Onwg o Tapdyovtag nu-
clear factor- kB) 1} otiq cis-aAMnAouxieq Twv ekkivnTtadv (UEBUAwON Twv
CpG aAAnAouxI(V) KAl PE TNV UETA-UETAPPAOTIKY) TPOTOTOoMNOoN Twv
npwteivdv (m.x. o&eldwon g Aucivng). To yeyovog Ott dAa yovidla
UMopel va Tporororjoouwy TG emdpdoelq TG VOoOoU elval avtavakAaon
™G eMKAAUYNG TNG YEVETIKAG TIOKIAGTNTAG OTOV TIPWTOYEVH] GAVOTUTIO
™G véoou. MoA\d napadelypara undpyouv yia Tnv emnidpaon autwy Tov
TEOTIOTIOINTIKWY TNG VOOOU YOVIBIwY TIOU TTPOKAAOUV (AIVOTUTTIKEG TIa-
palayeg avdpeoa ota dropa pe v dla Yetalayr Tou TPoKaAe! v
TPWTOYEVH VOCOo (TLX. Yovidlo-yovidlo aMnAemidpdoelq) kat Tiq ermdpd-
OEIG TWV TPOTIOMTIK®WY YoVIS{wV TNG vOooU TIou aMNAETIIOPOUY [e TIEQL-
BaMovTikoug mapdyovteg yia va aAdgouV Tov pavoturio akOpa MepLo-
00TePO (T.X. YOVIDIO-TIEPIBANOVTIKEG eTIOPATELS). AUTEG Ol AAANAETIL-
Opdoelq elval onUavTIKEG OTIG TTIOAUYOVISIAKES VOOOUG, Ot Yovidlo-yov(dio
Kat yov(dlo-rmeplBarovTIkEQ aAnAemidpdoelg urmopouv va TPOoTIoTol-
AOOUV TNV QAIVOTUTIIKY €kPPAon TNG vooou. AvAueod oToug aoBevelq pe
OPEMAVOKUTIAPIKY] avalpia yia mapddetypa oplopévol Blivouv enmdu-
VeQ Kploelg, dM\oL Kavouv 0EU Bwpakikd oUvOPO[Oo Kal GAAOL TTapoUctd-
CoUV AIMOAUTIKEG KPIOEIG.

[eveTiKeEG dlatapayeg mou emdpolv oto proxovdplakd DNA, €xouv
npéopara avayvwplotel. To piroxovdplakd DNA kAnpovoueital pévo
and m untépa. Ot petaMayég oto proxovdplakd DNA propel va dlagé-
poUV avdueoa ota pitoxévdpla Tou (Blou KUTTApOoU Kat Tou (Blou atduou
(Lx. etepomAaopia). Mapadelypara véowy Tou Tpokaiouvtal and ue-
TAMAYEG OTO HITOX0oVOPLaKd yovidiwpa eival To ouvdpopo Kearns-Sayre
Kal n oTTIky veupordBela Leber. H Alota pe Tig ywwoTtég JUTOXOVOPIAKES
aobéveleg peyalwvel ypryyopa. To uroxovdpiakd DNA uropel erniong va
OUVEIOPEPEL OE Eva HEYAAO aplBué OUXVAY TTOAUYOVISIAKWY AOBEVEIDV.

Mopuakn latpkn

O MPWTAPXIKOG OTOXOG TWV HMOPLAKWY OTPATNYIKWOY glval va arokata-
otabel N PUOIOAOYIKY) YOVISIOKY| AglToupyia oTa ATOUA [E YEVETIKES Le-
TaMayeg. Ot pébodol yia va erteuxtel autd eival oty napovoa GAaon
PWTOYOVOL Kal TIPETEL va EemepaoTtel évag aplBudg eunodiwv yia va ef-
Val EMTUXNG AUTH 1 TIPOCEYYION.

H petagopd evdg oAdkAnpou yovidlou péca oto Kuttapo dev efval eu-
KOAN Kat 1 ouvexng €KPpaon Tou VEou Yovidiou dev uropel va SlaopaAl-
otel Adyw TG MOKIANOTNTAG OTNV eVOWUATWON TOU OTO YoVIS{wUa Kat TNV
TOIKIAGTNTA 01N PUBUIoN TNG €KkPpacnq Tou. MNMoANEG Tipooeyy(oelg
€xouv Tpotadel aMd kapia dev jtav andAuta emruyig. AUTEQ TIEPIAAU-
Bdvouv Ta g&ng: (1) evowudtwon tou cDNA oe éva likd popéa, dnwg
eEaobevnuévoug adevoiolq Kal EKUETAMEUON TNG IKAvVOTNTAG TOU KUTTA-
00U va armoppo®@d Tov 16 wg KHECO YIa va artoktoel ipdoBaon To cDNA
oto kUTtapo, (2) petagopd Tou cDNA and v KUTTAPIKY) HEMBPAVN HE-
ow Ulag wopardong acBeotiou kat (3) eykAelopdg tou cDNA oe éva Ai-
OoWHA TIoU PMopel va ouvinxBel e TV KUTTAPIKY) HepBPAvN Kal va [e-
Tagepel To cDNA.

Metd v ertuxr) petagopd tou cDNA oto KUTTapo To uéyebog Kal n
QavToxn TNG €KPPaoNg Tou Yovidiou efval onpavtikég HeTaBANTES. To é-
yebog g €kppaong kabopiletal arnd Tov aplBud Twv avilypdpwy Tou
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cDNA mou TipooAeOnKkav ard €va KUTTApOo Kal TNV €KTaon g evowud-
TWOMG Tou 0To Yowvid{wua Tou KuTtdpou. H avtoxr| g ékepaong ¢aive-
Tal va eEaptdral ev ugpel arnd my avityovikdtnta g alMnAouxiag kat
TOU TTPWTEIVIKOU TIApAYWYOou.

Mapd Toug TEXVIKOUG TIEPLOPLOPOUG, N Yovidlakr Beparteia €xel xpnot-
goroinBel yia v emtuxr) Bepartela NG avemndpkelag g anauvaong
™mg adevooivng, KATL TTou urodnAwvel 0Tl N BACIK apxr} oty oroia n
Bepareia ompixtnke eivat Aoyikr]. Ot KAVIKEG OOKIUEG TNG YOVIOIOKNG Oe-
pare{ag kKabuoTépnoav apkeTd PETA ard un avapevouevoug Bavdrtoug
TIOU KATAYPAPNKAV OTa eMOoTNHOVIKA Héoa evnuépwong. MpoomdBeleq
yia AMeg YeveTIkég vooouq Bplokovtal o eEENEN Kal wG HETO TIPOKAN-
ONgG NG EKPPAONG HIag BEPATTEUTIKAG TTPWTEIVNG (TT.X. evO0ONAIaKOG au-
ENTikdg mapdyovtag ou MPOKAAE! AYYEIOYEVWEDT) OTOV IOXALUIKO 10TO).

H katavonon g poplakng Béong g véoou odnyel oe avayvadplon
Twv oTéXwv TNG. MNapadeiyyata aumg NG apxnig odrjynoav oty avd-
Tugn véwv Beparmeldv yia acbeveleq mou frav dUckolo va Beparteu-
ToUV. H atviurn, évag avaoToAég TNG TUPOCIVIKNG Kivaong Ttou eival
1BlaiTepa anoTeAeoUATIKY] 0TV avaoTtoAr] g dpdong g BCR-ABL kvdé-
ong, elval arnoteAeopatikn) oy Beparela g xpoéviag eAong g XPo-
viag puehoyevoug Asuxaipiag. To JOVOKAWVIKG avTiowua yia Tov mapd-
yovta vEKpwong Twv dYKwv —a (IVOAEHANTT) Kal autd Tou dlaAuToU
urodox€a Tou TapdyovTa VEKPWOoNG Twv OYKWY —a (ETAvEPOETTN) elval
Baoikd mapadetypata BIOAOYIKWY TPOTIOTIOINTWY TIOU elival ArmoTeAEoua-
TiKol{ otnv Bepamela XpOviwv PAEYHOVWOWY VOOV, OTIWG Ol PAEYHUOVHD-
Oelg vOoOoUG TOU EVIEPOU Kal N PEUHATOEIdNG apbp(mda. AUt 1) TTPOCEY-
YION YIa TIG HOPLAKEG Bepareleq eival TAXEWG EMEKTEIVOUEVN Kal TIOMA
urooxouevn otnv BeAtiwon tou Bepareutikoy omAooTaciou dlapdpwv
aoBevelmv.

Mépa and Tig katnyopleg Tou agopouv Tov kapkivo (r.x. DNA, eru-
S16pbwon RNA) ol ouotolx{eq YovIBIOKAG €kppaong armokAaAulav erl-
MPO00eTeq AMNAETIOPACEIS TWV PUOUIOTIKWOV 0dWV HE UEYANO KAIVIKO
evolapgpov. O MEPLOPIOUOS OV avayvdplon Tou yovidlakoU TTPopA k-
PPAONG Me TIG JiKpoouaoTolxeg, Tou dev TiepINapBAvel TIQ UETA-HETA-
YPADIKEG KAl HETA-UETAPPAOTIKESG TPOTIOTIOIOELG TWV TTAPAYOUEVWV
MpwTeivay, Ba Eemepaaotouv and v mpoéodo OTnv MEWTEOUIKT). AUTEQ Ol
SladIkaoleq Twv ONUATODOTIKWY HOVOTIATIWV TelVouv va auEdvouv 1y va
HELOVOUV TNV YOVIDIaKY] €K@pacn o KApaka xpdévou Tou dlapkel ard
SeutepOAeTtTa HEXPL eBdouUAdeg. MeydAo @popTo epyaciag xpetdletal
yia va evioxuBel n mapouoa yvmon yia Ta Jovordria Tou Eekivouv Kal
€UOdWVOUV TOUG GYKoug. Ta Baclkd povordria kat Ta Koppikd onuela
™G pUBHIoNG Ba avayvwpeloTouV yia To oXedIaoUd GAPUAKWV Kal Ol OTO-
XOL ard TG UNXAVIOTIKEG YVMOELG Ba avtAnBouv and To TIpodiA Ekppa-
ONG KAAEPYNMEVWV KUTTAPIKWDV OelpwV arnd UKpd (wikd HOVIEAA 1) amtd
avBpwriva defypara. Mapd 1o yeyovog 6Tt avIinmpoowrelouV IOTIKY £Te-
poyévela Kal TOKIANOHoP®Ia HETAEU dIaPOPETIKMY TUTIWV KUTTAPWV, N
TIPOCEYYLON TWV VEWV CUCTNUATWY YA TNV eVOWPATWwon TNG YovIdlwa-
TIKNG KAl UTIOAOVIOTIKNG €peuvag epgaviceral idlairepa umooyduevn yia
NV AnoKPUTTOYPAPNon TV HOVOTIATIWY TTIOU TIPOKAAOUV OYKOYEVED.
Ot BloAdyol kat ot kKAwikoi yiatpol Ba xpnolgorololy TIg TTANPogopieq
TIOU TIPOEPXOVTal and autd Ta epyaAela yia va katavonfouv ta yeyovo-
TA TIOU TIPOdyouV TV eMB{wan, TNV AyYELOYEVEDT KAl TNV QVOOOTIOMTIKA
dlagpuyr, Ta oroia uropel va emdpouv OTo JETACTATIKO JUVAUIKO KAl TNV
P40d0 TNG VOoOU.

Mola mbavd dlayvwoTikd péoa efval dlabgolua yla va kablepwbouv
YEVETIKOl KaBoploTikol apdyovieg oTnV PAPUAKEUTIKY) artdvinon; Movi-
SlaKEG TPOOoEYYI(OEIq HEOW TOU TIPOYPANHATOG avOPWITVOU YovIdlda-
TOG 0g OUVOUAOUS UE TIG HIKPOOUCTOIX(ES, TNV TIPWTEOMIKY) avaAUon Kal
v BlonAnpoopikr) Ba arokaAliyouv TTOAG yovidla TIou KwdIKOTIOOUV
(PAPUAKeUTIKOUG otdxoug (Urodoxelq). Mapopoiwg, uYnAng andédoong
EAEYX0G UTTOPE( VA TIPOOMEPEL OTOoLXEl Yia TNV TTIpodldBeon via uelloveg
ETIMAOKEG 1} AMOTEAEOUATA AT TNV AYWYT) TIOU OXETICETAL PE YEVETIKOUG
TIOAUMOPPIOUOUG.

ToviSiakn Enetepyaoia

H npdodog ota gpyaieia yovidlakig emdidopbwong €pepe enaviotaon
otnV IKavATNTA TWV EPEUVNTAV VA KAVOUV akplBelq alayég oto yovidiw-
pa Twv avBpwriivav BAACTOKUTTAPWY, BonBWVTAg TNV YPryoen Kal Olko-
VOUIKY] TIAPAYWYT| YEVETIKA avaouvOUAOUEVWY CWwV (TT.X TTOVTIKOL Kal
apoupaiol) kat avBpwriivwy BAactokuttdpwy. To odotnua CRISPR (clu-
stered regularly interspaced short palindromic repeats) mpwrtoaveup€on-

Ke OTa BaKTELa, OTa orola TPOoPEPEL AVOGOAOYIKY| VAN TIPONYoUUe-
VWV LOYEVADV HOAUVOEWV.

Mag{ pue Tnv CRISPR-oxeti¢ouevn npwteivn 9 (Cas9) kat 1o odnyod
RNA (guide RNA-gRNA) T0o oxeTIKd amAoikd TPWKAPUWTIKG cUoTnua
AelToupyel oav pia aroTeEAEOUATIKY) VOUKAEAON eBIKAG BEoNG, He HIKPEN
enidpaon otnV ekTdg OTOX0U avayvmplon aANAoUXIDV oTa KUTTapa
TwV ONAACTIKWY. ATO Toug 0dovTIKOUG IVOBAAOTES evdg TIPOORERANUE-
vou opyaviopou aocBevoug prnopouv va napayxBolv moAudidvaua BAa-
otokuttapa (iPSCs) kal va xpnotuoroinBoulv yia v dlagopornoinon
HUOKAPBIAK®Y KUTTAPWY, OKEAETIKMV HUMV 1) Kal Twv dUo. H diépbwon
MG METAAAYNQ aPopd UIa OTOXEUMEVT OTPATNYIKY] KATd Tnv orola Jua
KAOETA ETIAOYNGQ KAVY V1A OUOAOYO AvVACUVOUAOUO PECW TOU DAKTUAI-
ou-YeudapyUpou TPoadéveTal otny PooReRANUEVN Tieploxr) TV (Bla
oTlyury Tou dlopbdvetal n petaAayr). To odomua CRISPR xpnoluo-
TolefTal oAoéva Kal TIepLoodTEPO OTNY OTOXEUON UIAG OelPAG YEVETIKWOV
Tonwv ota PAacToKUTIapa TwV ONAQCTIKOV Kal N AeIToUPYIKSTNTA au-
ToU Tou Qopéa emtpénel ota BAaoTokUTrapa va dlopbwbel To yovidio
“xwplqg (xvog'.

DAPPAKOYEVETIKT

To pENOV TNG GAPUAKOYEVETIKAG elval va avayvwplotolv 6Aol ot Tiapd-
YOVTEQ TIOU EMMEEACOUV TIG AVETIBUUNTEG EVEQYELEG TOU Papudkou. Me
QuTOV ToV TPATIO N TTPWIUN EYKATAAEIYN OPIOUEVWV KATNYOPLDV Gpapud-
Kwv propel va aropeuxBel mpog dpelog Tou 0pBoAoyikoU oxedlaoiou
KAl TNG PAPUAKEUTIKAG AYWYNG.

MoMd eunddla mpénet va EemnepactolV OtV GAPUAKOYEVETIKY 1OTE
autr va dladobel kal va evowpatwdel oty KAVIKY TIpd&n. H olyxpovn
MPOOCEYYION TG DOKIUAG Kal Tou AABOUG OTNnV LATPIKY) TIPAKTIKY elval
TIPAKTIKEG Babid pllwpéveg, aMd N yonTela Twv TPWTOKAAOATWY Gap-
HdKkwv TIou Tapdyovtal ard v Gappaxkoflounxavia eyyudral éva véo
LOVTENO TIPOCEYYIONG eEATOUIKEUUEVWY ddoewy. H exkmaideuon Twv la-
TPWV OTNV HOPLAKT) BIOAOYI(Q KAl TN YEVETIKY) TIPETEL VA CUUTTANPWVEL TIQ
KAWVIKEG (PAPUAKOYEVETIKEG UEAETEQ TTOU KaBopllouv TNV emidpaon otov
TOMEQ TNG TEKUNPIWHEVNG LaTPIKNG. Ol GapUAKOYEVETIKOL TTOAUHOP®L-
opol avtiBeta pe AMeQ KAWVIKEG LETARANTEG OTIwG 1 VEPPIKT] Aettoupyia,
XpelddeTal uévo éva TeaT, 1dAVIKA oTa Veoyvd.

MoAuyovidlakd povTéAa BeparmeuTikng BEATIOTOMOMNONG aKdUa avTipe-
Twrt{Couv dUoKOA(eg OTO va PELWooUV TNV TIBaveTnTa yia katdxpnon g
YEVETIKNG TTANPOMOoPIag Kal Tou emimAgov kdoToug. QOoTd00, N avelpeon
anAotunwv SNP €xel Tn duvatdnta va avayvwpelotolv YEeveTIKA Tapod-
goleg umoouddeg TANBUoUOU Kal va TuxalortoinBouv ot Beparteieg, Baot-
{Ouevol Avw Oe TIEPLOCOTEPOUG YeveTIkoug JelkTeg. Xe eminedo TAnBu-
OpoU 1 YEVETIKY TIOIKIAGTNTA eival TTOAU peyaAdtepn péoa rapd avaueoa
OTIG PUAEQ Kal TIG €BVIKEG OUAdEG.

H Bepareutikr] anoteAeopatikdmTa Kal n To&dTnTa ennpedlovial
and opIopEVA XAPAKTNPLOTIKA Tou acBevoug, Omwg n vooog, N NAia, n
VEPPIKN AelToupy(a, n dATPOPIKY| KATAoTaon Kal AAAEG CUVWOONPOTNTEG.
Neeq mpokAnoelg 6a mpotadouv yla v emA0Yr TNG PAPHAKEUTIKAG
aywyng yia acbevelq pe kapkivo, urnéptaon kat dlaBr. H Bepanela mo-
AUCUOTNUATIKWV VOONHUAT®WV (T1.X. HETABOAIKS OUVOPOHO) UMopel va Tipo-
€NBel and veéeq Beparteleq Baoloueveq oe ATOMIKA, AAMNAETIOPWVTA Kal
OUMTANPWUATIKE HOPLAKA HOVOTTdTiaL.

Avayesvvntukn lotpuer)

H avayevvnTiki [atpikr mepAapBAvel TN Xeron VEwv epapuoyoy Kal
npooeyyloewv yla v emdlopBwon eAATTWUATIKWY KUTTAPWY 1 LIOTWV He
™ avapevouevn TP arnokatdoTaon TG GUOLIOAOYIKNG Asttoupyiag.
Me tnv alomtoinon g emitoun|q TG PloAoyiag, Twv GApUAKwY, TwV 1a-
TPKWY CUCKEUWY Kal Twv Beparelwy mou BaoiCovral oto KUTTapo, To
avepyoduevo Tedio aviinpoowtelUel TNV oUYKAION TIOAMOV KAAdwV Tou
EVOWUATWOVOUV TNV LOTOUNXAVIKY, TNV BloAoyia Twv BAacTokuTIdpwy, Bi-
OUAIKA Kal yovidlakr Beparteia. Ma neploodtepo and 50 xpovia n Jeta-
uéoxeuon oAOKANPWY 0pYAvwY OTIwG TWV KEPATOEIdWY, TNG Kapdldg,
TWV TIVEUPOVWY, TWV VEPPOV Kal Tou Aatog efval pia kablepwugvn a-
TPIKN-XELPOUPYIKY| TTAPEURAON, AAAA O TTEQIOPIOUOG OTNV dlabeotudTra
TV opyAvwv Tieplopilel v eupela epappoyr) Toug. Mooxeuuara napa-
OKEUAOUEVA [e TNV IOTOUNXAVIKY Yla TNV aroKaTAcTaon Tou d€pUaAtog
PETA amd eykaupata Kat EAKn dlaBnTikwy TTodliV efval oL TTPoYevESTEPEQ
OTPATNYIKEG YIA TN XPr)0N TwV KUTTdpwv evog acbevoug Tou avarntyo-
ooVTal KTOG TOU CWHATOG TOU, HEXPL TEAeUTA(D va eTITUYXAVETAL QVTIKA-



TAOTAON MIag KUOTNG 1] evOg AyYelakoU JOOXEUUATOS YIa XELPOUPYIKN
enéuBaon mapdkapdng.

Mia véa emoyry) otnv avayevwnTikr] [aTplkr avadubnke and Ty avakd-
Auyn Tou James Thompson 6Tt Ta eppUIKA BAACTOKUTIARA UITopouv va
KaMepynBouv oe TpBAa Petri kat Tou Shinya Yamanaka 61t evijAika
KUTTapa BNAQOTIKWOV MITOPOoUV va EMAVATIPOYPAUATIOTOUV Kal va Yivouv
iPSCs. Ta iPSCs potpdovtal Ta {dla XapaKINELoTIKA e Ta OWUATIKA KUT-
Tapa Tou enavanpoypapuatiomkay e my Boribela evog uexpL Tecod-
PWV UETAYPAPIKWY TTapayOvVTwy. Ta euBpulkd BAacToKUTIaPA €X0UV Ta
{d1a XapakmpELoTIKA TNG KAWVOYEVOTIOIOEWG, TNG AUTOAVAVEWONG Kal
NG MOAUBUVAUIKSTITAG, TIOU glval Tipoaratodpeva yia Ty dlapoporol-
non oe SIAPOPETIKEG KUTTAPIKESG OEIPES TWV TTIOAUKUTTAPWY EVIAIKWY 0P~
Yaviopv. Texvikég kal nBikég avnouxieg mpowbnoav v avaditnon veé-
WV TINYWV, OUPTTEPIAAPBAVOEVNG TNG ATIOMOVWONG TWV EURPUIKWY BAa-
OTOKUTTApwV amnd éva uévo BAAoTouepidlo, N omoia MAPAKAUTTTEL TV
KaTaoTPO®r Tou epRpUou, KABWG Kal Tn xeron Twv eppplny Petd Ty
eUEUTEUON WG DOTEQ EURPUIKWV BAACTOKUTTAPWY. H TUpnVIK peTausd-
oxeuon oe owpatikd kutTtapa (Somatic cell nuclear transplantation-
SCNT) 1| upnVIKr KeTagopd eival pia TEXVIKY yia TNV eTITUXT| KAWVOTTOol-
non Kat ToV enavanEoyPAPUATIONS TwV TUPHVWY eVIAKWY (OIKOV KUT-
Tdpwv og Uy woKUTTapa. H Tupnvikr| HeTapopd Mapéxel pia nyn BAa-
OTOKUTTAPWV TIoU glval TIPOOAPUOCHEVA Yla TOV 0pYaVvIoUS dATN Kal
UnOoYETAl VA eTITaXUVEL TO PUBUO Yia avBp®rtivn xprion. Emeldn ta BAa-
OTikA Kal pddpopa KUTTapa pUropolv va Angouv and pia molkIA{a Tin-
YV (LY., €UBpua, eviAkoug 1oToug), O XEIPIOUOG TOUG KAl 1 N UETAUO-
OXeuon Toug 0 {wIKA HOVTEAA Kal THAOTIKA O avBpdtiveq HEAETEG TIa-
PEXOUV ONO Kal TIEPIOOOTEPO EVAAMAKTIKEG KAl OUMITANPWUATIKEG OTEA-
TNYIKEQ YIA TN YETAUOOXEUON CUPTIAYWDY OPYAVWY, ETIEKTENVOVTAG €TOL
NV TAQTGOPHA YIA TNV AVAYEVWNTIKY LATPLKT.

Ta nponyoUpeva ddyuata OTl T HETATWTIKE, TENKA SlapopOTIoINUE-
va épyava oTepouvTal avayevvnTikng IKavoTnTag avarpdrnnkav arnod
oTolXela yla TNV KUTTAPIKA TIAQCTIKOTNTA KAl TNV avaygvvnon xaunAou
ETUMEDOU TWV eVNAIKWY CUUTTAYWOV 0pydvwy Kab” 0An v eviAikn (wry. H
nA{a, To PUAO, N Kardotaon TG vOoou, Kal AANOL TTApAYovTEG KIvOUVOU
EMMPEEACOUV TNV KUTTAPIKY] QvayevvnTikr) MAQOTIKOTNTA, TOoV TIOAATAQ-
OlaoUO KAl TIQ KUTTAPIKEG AEITOUPY(EG.

Mépog [. Eloaywyn otn Moprakn latpuc

Mrmopel mpoyovikd KUTTapad TIoOU TTPOEPXOVTAL amd TO UUEAS TwV
00TV 1) TOU KUKAOGOPOUVTOG ailatog va xopnynBouv pe aopdAela Kal
arnoteAeopatikd; KAviko{ latpofl kal emioTruoveg eTiddKoUV TNV avarttu-
&N KAVIKGOV SOKIM@OV yid va anavinBel 1o epwtnua av n Bepareia pe
BAaoTokUTTapa €xel anoTeAeOUATIKATITA OTOUG A0OeVE(qQ e EYKEPANKS
eMelo6d10, Kapdlakr TEOoROAY kat BAARN Tou vwTiaiou puehoU. AauBd-
VOVTaG UTT OtV TIG YeydAeg emevduoelg arnd ouooTtovdlakoug, TIONTEL-
akoug Kal 1BlwTtikoug Gope(g, urmp&av avnouxieg mou ekppdotnKav oxe-
TIKA pe To katd éoo ol Beparteleq e BAAOTOKUTIAPA TTPOKAAOUV YeUTl-
Keq eAntideq. Mapd tauta, n petapdoyeuon BAQOTOKUTIAPWY HUEAOU TWV
00TV €xel Yivel To MPGTUTIO QVTIETWTIONG APKETWV AATOAOYIKWOY VO-
ONUATWV KAl VEEG OUVOUAOTIKEG OTPATNYIKEG elval 08 KAIVIKEG DOKIUEG.
Mépa and Béuara oKoTUATNTAG TTOU OXETCoVTAl e Ta OPEAN amnd ) pe-
TAPOOXEUON EUBPUOVIKWY, EUBPUAKOV 1} evnAKwv BAACTIKOV KUTTapl-
KWV OEIPWY, 1 ETOXT TWV KAIVIKWY DOKIMWMV PeyaAng kAipakag 6a ouln-
Teltalr Ao Kal Tieploodtepo wgq Beparela-AUon mou MPooapuélel T Oe-
parte{a oto yovidiwua Tou acbevouq katl oto TIPoPIA TG vOoou Tou atod-
HOU TTOU €PXETAL OTNV KAWVIKT].
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