Aopn kail Acitoupyia tou DNA

EIZATQrH

O €1k00TOG AIWVOG £ival TIOAVOV va PEIVEL OTNV IOTOPIG TNG ETTIOTAKNG TNG PlroAoyiag
yio TV avakGAuyn Tng doprig Tou DNA Kol yia TV e0peon TwV UNXAVIOP®V, HE TOUG
oTtroioug n TAnpogopia, Touv PpiokeTal kwdikotoINuévn oTo DNA, peTagppdleTal oe
mpwTeivn. Map’ 6Ao Tov N I6Topia TNG GVYXPOVNS YEVETIKAS Tov avBpwTTOUL eKivoe
mepiou 50 Xpovia mpiv Tnv avak&Avyn tng dSoprg Tov DNA, 8a {ekivijoovpe atd
TNV QVOKGALY QUTH KO HETE, SI6TI OAHEPA 1 KANPOVOPIKSTNTO TPETTEl VO £E€TG-
CeTal a6 TN OKOTTG TWV LTTEVOLVWV HOPIOKWV PNXAVICU®OV. ES®, Aoiréy, Ba Sobpe
TG n Sopr} Tou DNA 6€Tel TN fdon T600 YIa TNV AvTIYpA@r] TOL 600 KOl TNV IKAVOTN-
T& TOL VO KATELOVVEI TN 0VVOEDT TV TPpWTEIVAOV. ETriong, Ba Solpe 611 1 Aertovpyia
OASKANpoL ToL oLOTAHATOSG PLBHICeTal pe 1IB1IaITEPN aKpiBeia Kol WG o1 Siapopés
ot dopr} Tov DNA propoUv va aAdGéouv T AsiToupyia Tou. ‘OTws, SpwS, N I0TopIa
TNG YEVETIKAG TOU avOpdTTOUL dev Eekivnoe pe Tn popiakn Biodoyia, £Tol Sev Ba oTar-
HOTAOEI €KEl, KABWS ORpEPa CLVOLGELOVTAI Ol LTTAPXOVOEG YVWOEIG TIPOKEIPEVOL VO
€€nynOei n oupepIPopd TwV TTOAGTIAOKWY BIOAOYIKWY ouoTnuaTWY. Mop’ SAa auTd,
n popiakn PBroAoyia ammoTeAel epyadeio-kAIdl yia Tnv kaTavéenon Tng PioAoyiag, etro-
HEVWS, SikaloAoynpéva Eekivape To Taidl pog aTré £560.

-
BAZIKA ZHMEIA

e To DNA amote)eital amd 0o ahucideg, ol omoieg oxnuatiCouv Sour SIMANG ENIKAG Kal amoTe-
Aouvtal amo BAoELS, OAKXAPA KAl @uOoPopIKEG opddeg. Ot Vo alucideg ouvdéovtal petadl Toug
Héow TwV Bdoswv pe deopolc udpoyovou avapeoa otnv adevivn kat tn Bupivn TV Kutocivn
Kal Tn youvavivn. Ta odkxapa Kat ol 9uo@opIKEG OHASEC OLVIOTOUV TOV OKEAETS TwV V0 aluoi-
Swv.

e H avtiypagr tou DNA mepihapfdver: apxikd to Tomiko EeSimwpa tng SImANG NKag Kal otn
OUVEXELQ, TNV aVTIYPa®r TNG VEAG aAucidag £XovTag WG POTUTTO TNV aAAnAouxia KaBevodg amd
Toug Vo MaTPIKOUE KAWVOUC. H avtiypagn e€ghicostal kat mpog Ti¢ Vo KateuBUVOoEIG EeKIVW-
vtag amd moANd S1a@opeTIKA onueia Mdvw oto yoviSiwpa.

e To DNA oxnuartiCel cUumAOKa PE TIPWTEIVEG, SNUIOUPYWVTAG IS1AITEPA CUTTAYEIG (VEG XpwHATI-
VNG OToV MUprva.

o H yevetikn minpo@opia avtiypdgetal amd To DNA o€ éva dANO XNUIKO LOPLo, TO ayyeAlapopo
RNA (mRNA), péow piag avotnpd pubuilopevng Siadikaciag mou oxeTiCeTal Pe TNV EVEPYOTTOL-
non f TNV KOTaoToA CUYKEKPIUEVWY Yovidiwv. Ta uopia tou ayyehilapdpou RNA mou mpokU-
TITouV amo tn S1ad1kacia auTr UTTOKEVTAL O€ Hia OEIPA TPOTTIOTTOICEWY OTOV TTUPHNVA, OTIG OTTO(-
£¢ MePIAAPBAVETAL N ATTOUAKPUVON TWV IVTPOVIWV Kal TOo YATIoHd (Cuvappoyn) Twv §oviwy,
TIPOTOU TO POPLOo BYEL ammd ToV TUPHVA OTO KUTTAPOTTAAGHA, YIO VO AKOAOUOROEL N LETAPPAOT
TOU O€ TIPWTEIVN.

o H voukAeoTiSikry aAnAouyia Tou ayyehia@opou RNA «Siafdletar» o€ TPIMAETEG KwSIKOVIwY,
WOTE Va KATEVOUVEL TN CUVAPUOAGYNON TWV APIVOEEWY Kal, TENIKA, TN Snuiovpyia mpwteivng. H
Siadikaoia avtr AapfBdvel xwpa ota pioowuata.

e Oplopéva yovidla Bpiokovtal péviga og KataoToAr] Aoyw peBuliwong oplopévwy BAacewv
KuToOivNnG. € autd mephappfdvovTal ta meploooTepa yovidla mou Bpiokovtal mvw oTo éva
amnod 1a 500 XpWHOoWHATA X 0TA KUTTAPA TWV ONAUKWV aTOpWY, KaBw Kat To éva amo ta SUo
avTiypa@a oTIC TEPIMTWOELS TWV YOVISiWwV TTOU UTTOKEWVTAL O€ amoTUTIwon (gene imprinting).
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AEOZYPIBONOYKAEIKO OzY

O Mendel mepi€ypape TNV £TIKPATH KAl TNV UTTOAEITTGUEVI KANPOVOHIKOTNTO TIPIV
aKOpa gl00XOel 1) €vvola TOL YovISiou Kal TTOAD TrpIv ammoKaALVPOET ) XNpIKA Bdon Tng
KAnpovouikoTNTOG. Katd Ta T€An Tou 1900 Kol 0TI§ apX£EG Tov 2000 AIOVA 01 KUT-
Tapikoi BloAdyor efyav atmodeiéel 6TI To YeveTIKG VAIKS BpIiOKETAI GTOV TTUPAVA TOU
KUTTAPOUL ev®d ATav O YvwoTo 611 To DNA eivarl éva Baciké XnNpIKG CUOTATIKS ToOU.
Mo apkeTd KapS BewpeiTo 6TI TO PbpIo eival LTEPPOAIKG ATTAS YIO VO EPUNVEVTEI TNV
TTOAVTTAOKOTI T TNG HETAPOPAS TNG YEVETIKIG HETAPOPES, apol ATAV Eva HGPIo TTOU
amrotedoVTaV 16 HOAIG TEooepelg BAoelg (TRV adevivn, Tn yovavivry, Tn Bupivn kai
TV KUTOGIVI)), OGKXOPO KOl (PWOEPOPIKEG OPGOES. ZTABHOGG YIO TNV AvVOyvVdpIoT TOU
pOAou Tou DNA o TNV KANPOVOUIKSTNTO OTTOTEAETAV TA TTEIPGHUOATA TOL Avery KAl TV
OUVEPYOT®V TOU, TTOL OTTESEIEAV OTI O PAIVETUTIOG TWV AEIWV 1] TWV AOPDV XTTOIKIDV
Tov BakTnpiov Pneumococcus PTTOPoVoE Vo KANpovopnBel amré KOTTAPO 08 KOTTAPO
pévo péow Tou popiov Tou DNA. Apydtepa, To 1953, 0 KaBOPIOPSS TG Soprg Tov
DNA amé Toug Watson kai Crick eméTpepe Tnv KATavENon TwV PHNXAVIOP®OV, HETW
TWV 0TroiwV QLTS To PEpIo AeiToupYel WG Popéag KAnpovopikéTnToG (MEBOSOI 1.1).

MEOBGobdor 1.1

MevteAikn KAnpovopiKotnta otov dvepwno

Katd tn &ekaetia tou 1960, o Dr. Victor McKusick kal o1 ouvepydtec tou otnv latpiki IxoAf tou
Johns Hopkins dpxioav va opyav@vouv o€ KataAdyoug ta yovidla Kal ta YEVETIKA XapakinpioTtikd
tou avBpwnou. To anotéAecpa ftav n dnuioupyia g NPWING €kdoone tou katahoyou «MevieAikr
KAnpovouikotnta otov dvBpwno», nou ekddOnke 10 1969. Akohoubnoav NoAAEC ekbooelc petd and
QUTAV Kal autiv tn otuypn o katdhoyog diatnpeital otov naykoopio 1016 anod to National Center of
Biotechnology Information (NCBI) w¢ Online Mendelian Inheritance in Man (OMIM). H nAektpovikn tou
d1etBuvon eivar: http://www.ncbi.nim.nih.gov/entrez/query.fcgi?db=0MIM.

H OMIM éxel avayvwplotei w¢ n enionun nnyn NnAnpo@opi®v yia ta avbpwniva yovidia
Kal ta YEVETIKA xapakinplotikd. H avazitnon péoa otov katdAoyo tn¢ OMIM pnopei va yivel
pe Bdon to yovidlo, tov @aivotuno, Tov YEVETIKO TOMNO Kal MOAAG AAAG XAPAKINPIOTIKA. Y€
KdBe Kataxwpnon o katdAoyoc nepléxel pia olvowyn Tou Yovidiou fi TOU XapaKinplotikoU, Nou
oupnepiAapBdvel Kar pia nePiANWn WV KAIVIKOV XAPAKINPIOTIKWVY NOU OXETizovidl JE HETAA-
A&€eic tou ouykekpipgévou yovidiou. Eniong, diaBétel cuvdéaopouc (links) pe aAiec PBaceig
debopévwv, nou napéxouv npocfacn o€ arAAnAouxie¢ yovidiwv Kal apivol€wv, HETAMNAEEIC
K.AM. KdBe kataxwpnon €xel évav povadiko, e€awngio apibud, nou ovopdzetal apifpog MIM.
Yndpxel pia Aoyikf akohouBia kal éva €ido¢ talivounong 6cov a@opd otoug apidbuoug MIM.
YUYKEKPIUEVA, OAA TA QUTOCWHIKA EMIKPATA XAPAKINPIOTIKG éxouv aplBud kataxwpnone MIM
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Kutoaoivn Mouavivn
¢ 6opn tou DNA (kévtpo). O1 éNI-
KECG Nou anoteAouvtal andé cdkxapa
Kal (PWOQOPIKEG OpAdec ouykpatou-
vial yetau toug pe 6eapolg udpo-
y6vou nou avantiogovtal avapeca
ouc Baceig adevivn kai Bupivn )
youavivn Kai Kutoaoivn.
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o

Iowa eivau iy Sopsj Tov DNA;

nou ekivda pe 1, ta unoAeIndpeva XxapakinpIotikd pe 2, ta ouvdedepéva pe 1o X e 3, 1a ouv-
6edepéva pe 10 Y pe 4 kal ta pitoxovoplakd pe 5. Yndpxel kal pia akdpn katnyopia yovidiwv
nou eival kataxwpnuéva pe MIM nou Eekivd pe 6 kal nepidapfdvel autoowpikd yovidia nou
tautonoindnkav Aiyo nio npéopara.

Ye autd 1o BiIfAio 6Aa ta yovidla kal ta YEVETIKA XxapakinploTikd, ota onoia 6a avapepboulpe, Ba
akoAouBouvtar and tov apiBud MIM touc, wote va unevlupizouv otov avayvmotn ot undpxel 61a0¢-
olpn emnAéov nAnpopopia atn Bdon dedopévwv tng OMIM, dnou pnopei va avazntioel NANPOPOPIEC
yId TNV EKACTOTE KATAX®WPENON, Kal va S1eUKOAUVOUV Thv Npdofacn o€ authv.

H Aopn tou DNA

To DNA omoTeAeiTal amé éva (elyog aAvaidwy, KaBepia aTré TIG OTTOIEG ATTOTEAEL-
Tal €EWTEPIKE ATTG EVaV OKEAETS OOKXGPWV KOI (PWOTPOPIKDOV OPGOWY KOl E0WTEPIKG
atmé Ti§ alwTov)es Pdoclg, mupImdiveg kai Tovpiveg (Eikéva 1.1). To odkxapo Tou
okeAeTOU eival n §eo&upIfaln — pia pIf6dn xwpis éva GTopo o&uydvou oTn BEon 2”.
O okeAeTOG KGBe aoAvoidag amapTifeTal amd popia Se0&upIPoLng Kal PWOPOPIKES
OpGOEG TTOU OLVOEOVTAI PE PWOAPOdIETTEPIKOVG deopolg amrd T B€on 5’ piag deou-
pIBSLng pe T B€on 3’ TNG eTOHEVNS.

MéEBGodor 1.2

Anopovwon tou DNA

To DNA, 1} o€ pepikéc nepintwoelc 1o RNA, eival 1o péplo, pe 1o onoio EekIvape ta neplocotepa
neipapata, ta onoia éxouv W¢ otéxo tn peAétn tne dopAc i tng Aeitoupyiac evoc yovidiou. To
DNA pnopei va anopovwdei and kabe kuttapo, to onoio diabétel nuprjiva. O 10T6C Nou xpnol-
yonoleital nio ouxvd yia anopévwon avbpwnivou DNA eival 1o nepi@epiké aipa, Tou onoiou ta
AEUKA aipoo@aipla anoteAolv pia eUkoAa npocBacipn nnyn epndpnvwv KUttdpwv. AAAOI 10TOI Nou
xpnoigonolouvtal e€icou ouxvd eival ol IvopAdotec 6éppatoc petd and kariépyela, emonAiakd
kUttapa npoepxdépeva anod to PAEVVoyoVvVo Tou 0TOPAToC KaBWE Kal ta ePBPUIKE KUTTapa nou €xouv
AnpBei petd and apvionapakévinan ) and Plowia xoplakwv Aaxvwv. Eniong, ta Aepgokittapa tou
nepipepIKoU aipatog pnopolv va petaoxnuatiotolv pe tov 16 Epstein-Barr oe aBavatonoinpéveg
KUTTApIKEC oelpéc, wote va e€ao@aliotei pdviun npdofaon o€ avantuoodpeva Kuttapa anod €va
uévo dartopo.

To DNA otov nupfva 6AwV TwV KUTIApwV PPioKetal 0€ oUPNAOKA pe NPwIeivec, ol onoieg
npénel va anopakpuvoboulv, npokelpévou va peretndei kal va avaiubei pévo to DNA. e opiopéva
neipduata eival noAU onpaviikd va éxoupe noAU kabapd DNA, npdypa nou onpaivel 6t 6a npénel va
yivel néwn f anopdkpuvon twv NPWIeEivav. Yndpxouv, OU®C, Kal KANolec NePINIWOEIC, OTIC OMNOIieC
bev xpeldzetal va yivel 161aitepn eneepyaaia. Na napddeiypa, pia tétoia nepintwon eivar 1o DNA
nou anopovavetal anod to BAevvoyovo tou otdparog. INa va anopgovaoooupe tn pikpr noodtnta DNA
nou pag napéxel aut n nnyn, dev npoonabolpe 151ITEPA VA ANOPAKPUVOULE TIC TUXOV MPWIEIVES
nou undpxouv, wote va pn xdooupe noodtnta DNA. Autd n 61adikacia akoAouBeital o€ NEPINTWOEIC
nou BéNoupe va KAVOULE pia NEPIOPICUEVN avAAUGN CUYKEKPINEVWY AAANAOUXIWV KAMOIOU yovidiou.
MNpoetoipacia xwpic 161aitepn enefepyaocia yivetal, eniong, o€ NOAU pIkpd BloAoyikd deiypata, Onwc
otayoveg anoénpapévou aipatoc, kuttapa emdeppidac r tpixec.

H anopévwon tou RNA nepidapfdvel tov kaBaplopd voukAeikoU of€oc and tov nuprva fi/kal and
10 Kuttaponiaoua. Auté to RNA pnopei va xpnoiponoin®ei yia tn HeAETN Twv Npotunwv YovIdIaKAC
ékppaonc oe évav ouykekpipévo 10t6. To RNA yevikd eival Aiydtepo otabepod popio and 1o DNA
Kal yla Tov AGyo autd anaiteital e1SIkh PHETAxXeipion Katd tnv anopdvwaon 10U, WOTE Va ano@euxoei
n anodoépnaon tou.

O1 advoideg gival ouvdedepéveg peTald Toug pe deopols LOPOYSVOL, o1 oTToiOI
avOTITOOCOVTAl QLOTNP& POVO AVAHECT 0TV adevivh Kai T Bupivi 1} avépeoa oTn
yovavivn kail Tnv KuTooivr). Madi o1 600 auTEg aAvoideg oxnuaTiCouv pio SikAwvn
€Aika. O1 00 aAvoideg efval avTITTapGAAnAeg, dnAadr] éxouv avTiBeTn kKaTebBuvor,
€701 1 pict ekTeiveTar amré To 5’ MPog To 3’ evdd N GAAN atd 1o 3' 010 5.

To 181aiTepo YapakTnpIoTiKé Tou DNA, oTo omoio BaoieTan n IKavéTNT& TOL V&
kwdikoTrolel TTANpoPopiesg, fpiokeTal oTnv oAAnAovyia Twv TeooGpwy Baocwy (ME-
00601 1.2). O apiBpség Tov faoewv adevivng (A) efval TavTa (00G pe Tov apiBUS KaTa-
Aoitrwv Bupivng (T) kai o apiBuds Twv Baoewv kuToaivng (C) eivarl TavTa [0og pe Tov
aplOpo Twv Bdoewv yovaviving (G). AuTé ovpfaivel, yioTi 6Aeg o1 adeviveg 0TV K&GOE
oAvaida eival TTAVTO (EVYOPWHEVES pe BUPIVEG OTNV ATTEVOVTI GALCTOX KO GAEG 01 KU-
TOOIVEG gival oLVOEDEPEVEG PHGVO P Yovavives. To Levydpwpa avTé Twv Baoswy eival
I OHOIOTTOAIKG, APOU 01 CUHTTIANPWHATIKES Béoelg ouvdEovTal pe deapovg vLdPOYS-
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vou. K&Be yovavivn ouvdéeTal e Tpelg deopolg bdpoySvou pe pia KuTOoTV Kol KGO
abevivn ouvdéeTan pe pia Bupiv pe 600 deopols, kaBIoTOVTAG €101 To {eUyog G-C
eAappws oTaBepdTEPO Beppoduvapikd. Etreidn 6Aa Ta Levydpia Tng dikAwvng €Aikag
mepIAapPavouy TévTa pice roupivn (A G) padi pe pia Tupipidivn (T rj C), n améoTa-
on avépeoa oTig S00 cAvaideg eival TGvTa oTaBEPN.

H avuypawn tou DNA

H ovpmAnpopaTikétnTa Tng A pe T T kai TG G pe Tnv C amoTteAel Tr fdon yia Tnv
avTiypagn Tov DNA, yeyovég To otroio avayvwpioTnke omé Toug Watson kai Crick

KOl GVOQEPETAI OTNV £PYAOial TOLG, 6TTOUL TrepIypdipeTal n doprp Tov DNA. Ta va Ee- 9

kivijoel n avTiypagn Tou DNA, amaiteiTal éva Tomiké EedimAwpa Tng dikAwvng €Ai- ) ] )
KOG, KOBIOTMVTAG £TO1 TOV KEABE KADVO EKHOYEID Yial TN 0UVBEO TS VEag BuyaTpikig  [10S avilypdgovral Ta popia
aAvoibag (Eikéva 1.2). ‘OTav LTTGPXE! pia yovavivy 6Tov KA@Vo Trou avTiypépetar, DONA;

TOTTOBETEITAI Pia KUTOOTVI ATTEVAVTI TNG, OTN VEOOULVTIBEPEVH OALCida. ATTEVaVTI O
pic Bupivn, ToroBeTelTON pI adevivn K.0.k. O1 B&OEIG TNG vEOOLVTIBEPEVNG OAVCTOOG
ouvdéovTal pe deopols LOPOYSVOL pe TIG BAOEIG TNG PNTPIKAS GAVCTOAG KAl O KO-
voUpYiol pwao@odieaTepikol beopol oxnpaTtilovTal TNV AvATTTUCOOHEVI OALOTdO pE
Tn 6péon Touv evlOpov DNA moAvpepdon. ‘OAn auth n diadikacia ovopdleTal nyi-
ouvTNPENTIKH AVTIYPaQ@I, YIOTI 01 veoouVTIBEpeveG dikAwveg €Aikeg DNA eivan vBpidi-
K& H6pIa TTOU OTTOTEAOVVTOI OTT6 €vav PNTPIKG KADVO Kail £vav VEO «BUYaTpIKO». To
EeTOAIypa TNG 6iKAWVNG EAIKOG TTpOYHOTOTIOIEITON OO €va GAAO evQUHIKG OUOTNHA,
TTOU OvOpGCeTal ENIKAON).

Ymépxel Spwsg éva eprodio otn Siadikaoia TNG avTiypa@rg, To oTrolo TPETTEl Vol
EemepaoTel. Na va exivijoer o dimAaciaopdés Tov DNA, amaiTeital pia mpodTép-
xovoa apXIkfj aAAnAovxia pIKpoU pIKOUG, Og OLUVEXEIX TNG OTTolag Ba avaTTTLXBET N
BuyaTpiki acAvoida. H apxiki auTr] aAAnlovyia Tpoo@EépeTal pEow HIag diadikaaiag
HETOYPOAPNRS, KATG TNV oTroia éva pikpo popio RNA ouvTiBeTal amré To eKpayeio Tou
DNA. X1n peTaypa@n 6a avogpepBoipe oe eTOPEVO KeGAaio, 6TTou Ba dolbpe Tov
TPOTIO, PE TOV OTIOI0 1] YEVETIKI] TTANPOQOpIa XPNOIPOTIOIEITAI VI Tr) OUVOEOH TTPWTE-
ivnsg. To RNA eival povékAwvo vOUKAETKS 0&0, Trapdpoio pe To DNA, pe 6o Siagopss.
To adkxapo Tou okeAeToO Tou RNA eivarl n pifddn avTi yia Tn deofupifdln kar avti
yio Tn Bupivn n Béon ov Jevyapwvel ye Tnv adevivn eivail n ovpakidn. AQov, Aoirév,
oLVTEBET AUTO TO HIKPS POPIO EKKIVNTH, ETTIMNKOVETON 0T OLVEXEIX pE TN BorjBeia TNg
DNA troAvpepéong (Eikéva 1.3). To DNA ovvTtiBeTal pe katebBuvon otd 1o 5” GKpo
(ekTEBEINEVOG O PWDOPOPOS aTOV 5’ GvBpaka Tou popiov Tng piIf6dng) Tpog To 3’ Gkpo
(exTeBeIpévo L6PoEVAIO oTO 3’ GTopo GvBpaKka). XTn pia atré TIg 600 aAvaideg, TTOL
ava@épeTal wg mpomopevdpev alvoida (leading strand), avtr n diadikaoia propef
VOl TIPOYHOTOTIOIEITOI GUVEX®DS, KABWSG To DNA EedirAdveTan. H GAAn aAvoida, Spws,
oL ovopGleTal KaBvaTepovpevn alvoida (lagging strand), avTiypdgeTon oe piIkp&

Eikova 1.2 e H avuypapn tou
DNA nepiAapBdver 1o tonikd EETUNIY-
Ha tng SikAwvVNG EAIKAG Kal TV avil-
ypapr d0o Buyatpik®v aAucidwyv
i i i XPNOILONOIMVIAC WE EKUAYEIO TIC
Aopn Tng dixaAag TG avTiypagrg APXIKEG NPOYOVIKEG AAUCIBEG.
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Eikova 1.11 e EvaAaKtko pdti-
opa (alternative splicing). H anopd-
KpUVon KABE IVIpoviou KataAfyel
otnv ouvévwon twv eoviwv A-F oto
mRNA. EvaAaktikd, n évwon pnopei
va yivel kateuBeiav avdueoa ota
e€ovia B kal D, napaAeinovtag to
e€ovio C. Autd éxel wg anotéAeopa
NV napaywyn piag d1apopetikAg
npwreivng, n onoia dev nepiéxel ta
apivo€éa nou kwdikonolouviar and
10 €&ovio C.

@

Mo perappdletar o mRNA o€
TPWTEIVY;

>

B ff?'“x-ah_ D E /\ F
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avTioToryel otn pop@n Twv 48kDa. MpéopaTa avayvwploTNKE £VOG OKOPO PHNXOvI-
OHGG HETO-PETOYPOAPIKAG pUBHIONG, TTOL ovopdleTal RNA interference (TrapeppfoAn
RNA) (Evbiagépov Bépa 1.1).

Metdwpaon

To dpipo MRNA Byaivel aré Tov TTUPAVA KA1 0ONYEITOI OTO KUTTAPSTIAGOHG, YIG VO
peToppaoTel oe TpwTeiv. Katd Tn didpkeia Tng petdgppaaong, n aAAniovyion mRNA
peTaTpémeTal oe apivoiki aAAnAovxia mpwTeivng (Eikéva 1.13). H peTagppaoTiki
pnxovr atroTeAeiTal amd éva obpuTTAoKo RNA-TrpwTEivadv Tou ovopdleTal piféocmwpa.
Ta piBoodpaTa ammoTeAOVVTAI IO £€VO COPTIAOKO TTPWTEIVWV Kal a6 £6£18IKELHEVTL
pipoowpikd popiax RNA (rRNA). To eUKapLU®TIKGS pIBECOPa TrEPIEXEl VO UTTOHOVAOES,
TNV 60 S kai Tnv 40 S (1O “S” eival PETPO TTUKVOTNTOS, N Hovada Svendborg, Trou &n-
ADVEI TTWOG XOPAKTNPIGTNKAV Ta COPTTAOK).

K&Be vtropovéada Tou pIfoodpaTog TePIAGHBEVEl KATTOIEG TTPWTEIVESG KOl £V HOPIO
rRNA. H 60 S vtropovéda epridapaver éva 28S rRNA kai n 40 S évar 18S rRNA. Ta pifood-
poTa prropel va eival Tpoodedepéva fj 6x1 oto evéomAacpaTtiké dikTvo (ER), To otoio eiva
YVWOTO WG «AOPS EVOOTTAACHATIKG SIKTLOY.

ENAIADEPON OEMA 1.1 TIAPEMBOAH RNA (RNA INTERFERENCE)

H yovibiakn pubpion dev neplopizetar pdvo oto eninedo tne petaypa@nc. Yndpxel Ao éva eninedo pubuiong nou cuppaiver peta-
petaypapikd kar ovopdzetar «napepBoin RNA» (RNA interference, RNAI). H RNAI avakaAU@Onke ota @utd aAAd @aivetal va éxel
kanolov pOAO Kal 0Ta zwd, cupnepIAdPBavopévwy Kal twv anovoulwtwy. H Aeitoupyia tne otn yovidiakn pubuion dpxice va peietdral
1a teAeutaia xpovia.

Or1 unxaviopoi tng RNAI e€nyouvtal otnv eikova 1.12. Xe neipapatikd ouotipata kal iowg oe kdnoleg 1kég poAuvoelc n RNAI Eekiva
pe v eloaywyn dikhwvwv popiwv RNA (dsRNA), ta onoia kéBovtar and 1o évzupo Dicer oe pikpd napeppfarropeva popia RNA (short
interfering RNA, siRNA). Ta siRNA éxouv prkoc 21 éwc 23 voukAeotidia, eival Sikhwva popia kal €xouv oe kabéva anod ta dkpa touc
8U0 eleuBepeg Baoelc. Ta siRNA petatpénovial o€ HovOKAWVA HOPIa Kal ouvdéovtal He €IBIKEC NMPWTEIVES, YIa va OXNUAtioouv 10
oupnAoko RISC (Xounieypa oionnonc yovidiwv). To povékAwvo siRNA npoodévetal ae opdAoyeg ariniouxieg ndvw oto mRNA kai n
RISC k6Bel to RNA ot0 onpeio autd, pe anotéAeopa va 1o anevepyornolei.

0 evboyevrc unxaviopde RNAI ota zoa Eekivd pe tn petaypaepn yovidiov nou napdyouv micro-RNAs (miRNAs), ta onoia eival
pikpd pépia RNA nou nepiéxouv tpfpata pe oupnAnpwpatikée BAoeig nou enitpénouv oto PépIo va dnuioupyei dopéc poupkétag. To
évzupo Drosha kOBel TIC OUPKETEC autéc, ol onoie¢ otn ouvéxela Byaivouv oto kuttaponAaopa, énou n Dicer kdBel nepaitépw tc
oupkétec o€ pépia miRNA nou poidzouv pe ta popia siRNA. Autd ouvdéovtal pe npwieivee Kar npoodévovtal atn ouvéXela o€ Opo-
Aoyec aAnAouxiec, ouvhBwce otnv nepioxn 3' kovid oto kwdIKOVIO AENG, YVwOTr pe o 6vopa 3' pn petagppazopevn nepioxn (3' UTR,
untranslated region). H np6odean 1ou VOUKAEONPWIEIVIKOU GUUNAOKOU OTNV MEPIOXH auTr) avaoTEMEI TN PETA@PAON, HE AYVWOTOUC
UEXPI OTIYUAC UNXaviopouc.

H RNAI éxel pedetnBei extevag ota aocndvouia, 6nwc yia napddelypa otov vnpatmwdn okwAnka Caenorhabditis elegans kai otn
puya Drosophila. e autouc touc opyaviopouc, n RNAI epnAéketal otn aiwnnon yovidiwv katd tn @ualiohoyiki avantuén. O pdAog tne
RNAI ota onovbuAwtd, cupnepidapyfavopévou Kal Tou avepwnou, twpa apxizel va peAetdtal, aAid Kal 6w eival nibavév va epniéketal
otn yovidiakr pubuion. H RNAI eniong xpnoigonoleital Kal we NEipapatikd epyaicio kal we Bepaneutikr npooéyylon. Aikhwva pépia
RNA pnopoUv va elcaxBoulv 610 KUTIapo kal va konouv, yia va dnuioupyrfoouv siRNA opdhoya kdBe yovibiou nou Ba apnopoloe
va odnyroel ge eMAEKTIKN aiyaon yovibiwv o€ kittapa f 10Tolc, Kal eENItpénel va PEAETNOEI n Aeitoupyia twv yovidiwv autwv. Xav
Bepaneutikd epyaleio pnopouv va oxedlaotolv e161kd siRNA, ta onoia Ba oiydoouv 1ikda yovibia ri 6a anevepyonoifoouv yovidia nou
evepyonolouvial Aoyw kdnolag HetdAAa&ng, 1000 0€ YEVETIKA VOOAta 600 Kal € NEPINWOEIC KAPKIVOU.
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ENAIA®EPON OEMA 1.1 TNAPEMBOAH RNA (RNA INTERFERENCE) (cuvéxeia)
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Eikova 1.12 e Mnxaviopoi RNAI. AikhAwvo RNA eiodyetal oto kUttapo eite and kdnola péAuvon and 16
eite neipapatikd. To siRNA npokuntel and tnv néwn tou dikAwvou RNA ané to évzupo Dicer. MovékAwvo
siRNA oxnuatizel oopnAoka pe npwteiveg kal dnvioupyei to RISC, to onoio otn ouvéxela npoodévetal oto
mRNA péow opdAoyou zeuyapwpatoc pe to SiRNA kal kéBel to mRNA. Evboyevr pépia miRNA petaypd-
ovtal kal dnuioupyolv Sopég oupkétag otov nuprva. Autd otn ouvéxela Byaivouv ot1o kuttapdniaopa,
6nou undkelvtal oe kanola enefepyaaia anod tnv Dicer oe miRNA. Ta pépia miRNA &nuioupyoulv oUunAoka
pe npwreiveg kal npoodévovtal oto mRNA, ouviBw otnv nepioxn 3' UTR, kal avactéAouv tn HETAppaan.
(Alaokeuaopévn, katoniv adeiag and Macmillan Publishers Ltd: Meister G, Tuschl T. Mechanisms of gene
silencing by double-stranded RNA. Nature 2004;431:343-349.)

H oAAnAovyio mRNA diaféaletarl oe TPITTAETEG, TTOL OVOPGLOVTaIl KWBIKOVIA, -
KIVOVTAG ao1ré 10 5’ Gkpo Tov MRNA, 1ou eival mavra AUG Kol avTIoToIyel 0TO Opli-
vo&U pebelovivn (av Ko oUTH N ApPXIK PEBEIOVIVI) OUXVA ATTOKOTITETOI 0TI OUVEXEID).
K&Be kwdIKGVIO AVTIOTOIXEN € EVO OUYKEKPIHEVO GUUTIANPWHOTIKG AVTIKWSIKGVIO, TO
oTroio gival KOPPGTI €v6g GAAoL popiou RNA, To otroio ovopddeTal peTagpopiké RNA
(transfer RNA, tRNA). Ka&06e pépio tRNA €xel mpoodedepévo éva ouykekpigévo apivo§o
Tov kabopileTal amé Tnv aAAnAovyia Tov avtikwdikoviov (Mivakag 1.1). ETopévmws,
N MPWTEIVIKA HeTEPpaon e€ehicoeTal pe TNV TTpoodeon evog 161kol tRNA 0To KaTGA-
AnAo kwbdikévio Tou MRNA kol To apIvo&l Tou pépel auTé To PGpIo tRNA ToTToBETE -
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Eikova 2.7 e MetaA\&Eeic nou
ennpedzouv tn diadikaaoia tou pa-
tioparoc. (a) Mia petdaMaén otnv
aAnAouxia tng Béong d6tn tou
patiopatoc, pe pia emnAéov Bé€aon
50N NoU XaPAKINPIZETAl WC «UUCTI-
k> (éva GU akoAouBoupevo and pia
«€ENATTWHATIKI» OpOAOYN aAAnAouxia,
n onoia Pnopei va AEIToupynoel wg
80tne, av o npaypatkdg dotne pa-
tiopatocg eival petaAAaypévoc) péoa
010 IVIPOVIO, €XEl WC ANOTEAECHA VA
oupnepIAn@Oei Kal autd 1o IvipdvIo
ot0 teAikd MRNA. (B) MetdA\agn otn
0€on 6€KtN Tou patiopatoc €xel we
anotéAeopa tnv napdieipn e€oviou.
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MetaMaypévo mRNA e éva eEdvio va €xel mapalelpOel

‘Exel EekaBapIoTEl, £TTioNg, 6TI LTTAPXOLY OPICUEVES XNHIKES, PLOIKEG Kal ioAo-
YIK€G ouVOrikeg TToL av&divouv TNV TOAVETHTA va oLPPEl pia peTGAAa€n. H peAéTn
OUT@OV TWV CLVONK®V €ival TTOAD ONUAVTIKA KAB®G o1 HETAAAGEEIG TTOL TTPOKAAOD-
vTal, gTropel va odnyfjoouv og ovyyeveis BAGPEeS, YEVETIKESG SIATAPOXES 1} KOI KAPKIVO,
KO TOUAGXIOTOV OPIOPEVOI ATTG TOUG TTOPARYOVTEG ALTOUG CUHTTEPIEXOLV £KBEDT O€
K&TTo10 TTEPIBAANOVTIKS TTAPAYOVTQ, O OTT0i0G PUTropel var eAeyXOEr.

Ta peTaAa&ryéva aAdélouv T xnpikr| doprj Twv B&oewv Tov DNA A Trpokodoly
Bpavoeig oTig aAvaideg Tou DNA. oAb ouxvé cuvavTolpe, o B£0elg peTOANGE WY,
avéloya Béoewv ov evowpatdvovtal ato DNA o1n 8€on piag guaioloyikrs fdong,
OTTwG yio Tapdderypa n 5-Bpwpoovpakidn otn 6€on TnG Bupivng. ATG Ta avaAoya
ptropei va Cevyapdoouv pe A&Bog Béon og eTépevo KOKAO avTiypa@r|s. Etriong, opi-
Opéveg PeETOANGEEIG TTPOKOAOVY OTTapivaoT), 6w T1.X. N HETATPOTIH TNG KUTOOIVNG
og ovPOKiAN, fj GAKLAIWOT, He ATTOTEAEOPO VO TTPOoKaAeiTal S10ioUvdeon peTald Twv
600 aAvoidwy Tov DNA. TMopdyovteg TapepBaArovTal avépeoa oTig fdoeig Tov &i-
KAwvou DNA kai SievkoAbvouv Ty gppavion peToAGEewy €vBeong. Mia GAAN TGN
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ENAIA®EPON OGEMA 2.1 ANOAOMHXH ME TH MEZOAABHZH MH NOHMATIKHZ H
ANEPMHNEY ZIMHX METAANA=ZHX

H napouoia evég kwdikoviou AjEnc pnopei va npokaréoel tnv anodopnon tou mRNA péow piag diadikaoiac nou ovopdzetal «anodo-
pnon pe tn pecoAdpnon pn vonuatikig petaAhaéng» (nonsense-mediated decay, NMD) (Eikova 2.8). Autd ocupBaivel, 6tav éva KwOIKOVIO
AEnc Bpioketal nepinou 50 A nepioodtepec Bacelc avodikd evoc opiou auvappoynic tou e€oviou. Opiopéva ouotatikd Tou CUPNAGKOU
ouvappoync napapévouv ouvdedepéva pe ta patiopéva e€dvia, yia va dnuioupynoouv éva oupnioko évwaonc e€oviwv (Exon Junctional
Complex, EJC). H ano66unon pe tn pecoAdfnon pn vonuatikic petdMaing anaitei éva yupo petdgpacnc. Av yivel npdwpoc teppati-
opéc npiv and éva EJC, to mRNA papkdpetal kal npoopizetal yia anodounon. H anodoépnon 6ev oupBaivel, étav pia petdAaén AnEne
oupfei oto teNkd e€ovio, piac kal dev undpxel EJC népa and ekeivo 1o onueio.

H anodo6unon péow pn vonuatkAc PETAAAENG pnopei va €xel onuaviiki enidpaon otn @aivotunikh €kepaon. MNa napadeiyua,
pia pn vonuatikr petdAaén oto yovidio SOX10 eivar unedBuvn yia pia diatapaxn nou ovopdzetar ouvépopo Waardenburg-Shah. To
oUvOPOPO auTod XAPAKINPIZETal dnd KWPWonN Kal TNV Napoucia PIac XapaktnpeIoTIKAC Tol@ac aonpwyv PAAA®V, XapakInpiotikd ta
onoia ogeiovtal kal ta SUo0 otV avwpaAn avantuén Twv KUTIdpwv NG VEUPIKAC akpohoiac. Oplopéva ndoxovia dtopa €xouv Kal
enNAéov eNINAOKEC, ONWC NEPIPEPEIAKT veuponddela kal vooo Hirschprung (anAela VEUPIKWY KUTIAPWVY G€ €va TPrUa ToU EVIEPOU
nou odnyei ae andgpaén tou eviépou). H diapopd auth epunveletal and tn diadikacia anoddpunong pe pecoAdpfnon pn vonuatikic
petdMagng. Ta dropa pe anhd ouvbpopo Waardenburg-Shah éxouv petaAAaelc oe onpeia nou odnyouv otnv anoddunon Pécw pn
VONUATIKAG HeTdAAaEnc. Autd ta dtopa dev ekppdzouv 1o petaliaypévo aviiypao tne SOX10 npwieivne. MetaANdEeic unedBuveg
yla v nepinAoKn poppr tou ouvbpdpou PBpiokovial e onueia nou dev ugiotavial anodounon. To anotéAeopa eival va napdyetal
pIa «KOVIUTEPN» NPWTETVN, N onoia napepnodizel otn ACIToupyia e @UOIOAOYIKAC NPWTEIVNC, NPOKAA®VIAC coBapotepn diatapaxn
TNV avantuéng g VEUPIKAC akpoAopiac.
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Eikéova 2.8 e H diadikaoia tng anodépnong péow pn vonuatikig petdAa&ng. (a) Eva kwdikévio MEng (X) Bpioketal
50 f nepioodtepec Bdoeic avodikd and to onueio ouvappoyrc. (PTC:Premature Termination Codon, kw&ikovio Npow-
png AiEne. (B) Eva tunua tou ocwpatiou ouvappoynig (spliceosome) napapével npoodedepévo ota onueia ouvappoyngx
PETA TNV anopdkpuvon Twv IVIpoviwy, 0nw¢ cuppaivel kal pe 10 oUpnAoko évwonc twv e€oviwv (EJC). Evac yipog tng
petdppaonc anaiteital, yia va ektoniotei to EJC. Av dev oupBei autd AOyw tng napouaciac tou Kwdikoviou ARG, to
mRNA anodopeitat.

HETOAAGEEWV eival ATTOTEAETHO TNG TTAPAYWYIS EAEVOEpWV PI{@DV OTOV TTUPHVA, TTOU
odnyouv o Bpavon Twv aAvaidwv Tou DNA.

H 1oviovoa akTivoBoAia Kai To LTTEPIMOES Pwg eival, eTriong, SUo PLOIKG HETOA-
Aa€ryéva. H oviCovoa akTivoBolAia ptropel va dpa dpeoa i Egpeca avEGvovTag Tig
eAelBepeg pideg 0TOV KOTTAPO. ME QUTEV TOV TPOTTO PTTOPET VO TIPOKOWEI PICX HEYGAN
TOIKIAIX pETOAAGEEWY, CUPTTEPIAGHPBAVOPEVOV ONHEIOK®DV HETOAAGEEWY KO pyHE-
TV TOV 0Avoidwv DNA. H peyodiTepn emidpaon Tng umrepiaddoug akTivoBoAiag eivai
0 d1YEPIOPBS YEITOVIKWV Paoewv BUHIVNG, TTOU €Xel WG ATTOTEAEOHA HETOAAGEEIG €A-
AeippaTowv (Eikéva 2.9).

ATIS TV GAAN mAevpd, Biodoyikol TTap&yovTeG PTTOpoUV £TTIONG Vo avEooLY TN



[Mpotuna kKAnpovopunonc

Eival miBavéy oAl Trpiv avatrTuxBolv ol oUYXpOVES ATTOPEIS YIO Th V60O 1] aKOGHO
KO TNV IATPIKH TTPAKTIKY 01 GVOpWTTOl VO avayvadpi{av 6TI OPICHEVA XAPAKTNPICTIKA
— KOOGS KOl OPICHEVA VOO HOTO EHPAVICOVTAI CUXVOTEPA — O€ KATTOIEG OIKOYEVEIEG.
Mo6Aig oTIg apX£G TOL 200V AWV AVAYVOPICTNKAV T TTIPOTUTIA (HOPPEG) KANPOVE-
pnons otov GvBpwtro. H B&on yia Tnv KaTavoénon Tng HovoyovidiaKig KANPOVOHIKGS-
TNTag TEBnKe amé Tov Gregor Mendel, évav povayé mouv Tn dekaetior Tou 1860 Trel-
papaTi{dTav pe pmléAia og éva yovaoTripl ot Mopafia, Tn onpepivii AnpokpaTio
s Toexiag. H 6ovAeid Tov Mendel Sev avayvwpioTnke yia dekaeTieg, HEXPI TTOL AvVA-
KOAD@ONKe 0TV apX] TOL TPONYOUHEVOL GOV OTT6 TPEIG BoTavoAGYoUs, o1 0TTofoI
ekTéAeoav TTapopola TeIp&paTa. Méoa oe pepiké xpovia, o AyyAog yiatpog Archibald
Garrod avoyvadpioe Tnv OTTapén OIKOYEVEIDV OTIG OTTOIEG XAPOKTNPIOTIKG Siaxwpido-
vTal GOP@®VA PE TOUG VOPOLS Tou Mendel, eykaiviGlovTag Tov TOgéa TNG IXTPIKAS
YEVETIKAS.

H peAéTn Twv HOVOYOVISIGK®V XOPOKTNPIOTIK®OV TTApapével n Baoikr] mepioxn
evbIa@EpovTog TNG YeVETIKAG TOL avBpdTTou. lMepioadTepa amd 10.000 TETOI XO-
POKTNPIOTIKG £XOUV KATOYPAPEL. ATI6 IATPIK OKOTTI& TTOAAG gival TTOAD oTravia, pe
oLXVOTNTA EPPAVIONG HIKPOTEPN aTrd Eva oTa 100.000 dtopa. Opiopéva eival o
OULXVG, AV KOl Ol TTEPIOOGTEPES KOIVEG TTOBAOEIS PaiveTOl Vo KaBopifovTal aTrd ouv-
duaopouvg yovidiwv TTouv aAANAeI&POUV To €va pe To GAAO Ko pe To TrepIBGAlov. Xe
QUTO TO KEPAAXIO B ETTIKEVTPWOOUHE OTA TTPOTUTIA TNS YEVETIKAG HeTafifaong,
OLMTTEPIAGPBOAVOEVNS KOl TNG HEVTEAIKIG KANPOVAUNONG, TNG TTOAVTTOPOYOVTIKIS
KANPOVOHNONG KOl OPICHEVEG TTPOTPATO TAVUTOTIOINUEVES EIOIKEG TTEPITITWOOEIG KAl
e€aipéoeig oTo pevTeAiké povtédo. Etriong, Ba dolpe TG Tar HovTEpva epyaleia TG
HOPIOKAS YEVETIKAG apXiCOUV VO ATTOKOADTITOUV TOUG HNXAVIOHOUG TTou plokovTal
KATw o1ré aUT& TO TIPOTUTIC.

—
BAXIKA THMEIA

* 'Eva aUTOOWWIKO UTTOAEITOUEVO XOPAKTNPLIOTIKG eKQpAleTal uévo o dtopa mou givat opéluya
yla TO XaPaKTNPLIOTIKO AuTO.

* 'Eva auTOOWHIKS EMIKPATEG XOPAKTNPLOTIKO Ba EKQPAOTEi TOOO o€ opoluywTeG 600 Kal O€
etepoluywTec. Map’ OAa autd, TOANEG AVOPWTTIVEG AUTOCWUIKEG ETTIKPATEIG SlatapayEg gival
Bavatngopec o€ opdluyn katdotaon.

*  (Quloouvbeta xapakTneIoTikd petafiBdalovrar pe o X fj o Y Xpwpdowpa. Eva gulocuvéeto
070 X XapaktnploTiké moté Sev petafiBaleTal amd apoeVIKO O APOEVIKO ATOUO.

e Weydoemkpatr KANpovouIKOTNTA éxoupe 6tav éva ooluyo dtopo Kal éva etepoluyo (euyapw-
oouV. Eva UTTOAEITTOEVO XOPAKTNPIOTIKO HE AUTOV Tov TpdTo Ba éxel KABeTN petafifaon. Autd
OUMBAIVEL KUPIWG PE XOPAKTNPLIOTIKA TTOU Eival OXETIKA KOIVA.

* H&yovidiakn KAnpovouikotnta mepidapBavel tnv Umapén evog XapakTnploTiKoL o€ éva dtouo
mou €ival eTepoluyo o€ SUO0 YEVETIKOUG TOTTOUG TAUTOXPOVA.

*  AlEloSUTIKOTNTA Eival N ERPAVION EVOG GAIVOTUTIOU O€ €Va ATOUO LE TOoV TABOAOYIKO yovoTuTTO.
Mn Sie106uTiKA dtopa Sev ek@pdlouv Tov avoTurio. Mmopei va undpxel éva e0POG EKPPAOTI-
KOTNTAG AVAESA OTA ATOMA E TO PALVOTUTIO.

*  JTopadIKEC TEPIMTWOELG EENyouvTalL Ao VEEG LETAANAEELC. Oplopéva dtopa gival pwoaikd yia
pia HETANNAEN AV N AUTH EUPAVIOTEL PETA TN Snpioupyia Tou (UYWTOU. X€ OPICUEVEG TTEPITTW-
OELG, N METANNAEN MeplopieTal HOVO OTA KUTTAPA TNG YOUETIKNAG OEIPAG.

* Ta amoteAéopata TNG YOVISIWUATIKAG amotUnmwaong umopei va odnyrjoouv o€ Slatapayr, pévo
av 1o yovidio mou éxel KAnpovounBei amé Tov yovéa eKeivov, TOU OTTO{OU TO AVTiyPAPO TOU YoVI-
Siou ekppddetal.
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e Alatapayég mou oxeTi(ovTal e TOV UNXAVIOUO SUVAMIKWY HETAAAEEWY (EmavafPELg TPIVOU-
KAeoTISiwV) Mapouotalouv To YAIVOHEVO TNG EMICTIELONG, KOTA TO OTTOI0 YiveTal TTLo coRapr| o€
KABE emoOpEeVN YeVIA.

*  KdaBe pitoxovoplo mepiéxel MoAAmAA avtiypaga evog KUKAIKOU SikAwvou popiou DNA mou Kw-
SIKOTIOLE Y10 OPIOUEVEG ATTO TIG TIPWTEIVEG TTOU CUUUETEXOUV OTNV 0&EIOWTIKA GWOPOPUAIwaN,
kaBw¢ kat piag opdadag tRNA kat rRNA.

*  To pitoxovéplako DNA KAnpOVOEITal amod TN UNTEPQ, YI' AUTO TA UITOXOVOPIOKA XAPAKTNPIOTI-
Kd petafipadovral mavta amd Tn yuvaika o€ Oha Ta madld TnG.

* Ta prtoxovdpla SiaxwpiCovtal madnTikd Katd TNV KUTTAPIKA Slaipeon. Mmopei va umdpyet
pelypa pitoxovSpiwv peTalaypévou Kal aypiou TUToU 0To 510 KUTTAPO, GAIVOUEVO TIOU ava-
QEPETAL WG ETEPOTIAAO QL.

MéEOBGobdor 3.1

Mw¢ naipvoupe 10 0IKOYEVEIAKO 10TOPIKO TOU acBevoug

H Muwn evéc owotol oIKkoyevelakoU I0TOPIKOU eival MOAU ONUAVTIKA YIA TNV 1ATPIKA NPAKTIK.
Mpopavwe eival onuavtiko, av 1o dtopo nou zntd yevetki kabodrynon e€aitiac oiIkoyevelakou 10To-
pIKOU YeVeTIKoU voorpuatoc. Evioutolg, ouxvd, to dropo dev ouveldntonolei tn onpaacia piac ndénong
oe évav guyyevr| kal dev divel tnv nAnpo@opia eKTOC Kal av epwtndei e161kd yi' auth. Oikoyeveiakd
I0TOPIKO TPIVV YEVEWY, Nou Ba nepiAapBdavel NANPo@OPIEC yia ta adbép@ia, ToUG YOVEIC Kal TouC
nannoudec, anoteAei tnv opOr| NPaktikA. To yeveahoyikd SEVIPo KAtaokeudzeTal XPNoIHONoINVIAC 1a
ouppoAa tne Eikévag 3.1. Mepikéc oUpBOUNEC YIa va KATAOKEUAOETE €va OAOKANPWHEVO Kal 0woTtd
OIKOYEVEIAKO 10TOPIKO, eival:

e Av éva datopo avazntd 1atpikg cUPBOUAR yia éva oUYKeEKPINEVO NPOPANUA, PWTAUE av €XOUV Kal

AM\ol ouyyeveic napdpolo npoéRANua.

e  Ortav pwtdpe yia Toug adeA@oulc Kal Tic adeAPEC, pWIAPE Kal av unfipxe adeApoc fi adeApr) nou
va éxel neddvel, 81611 ouxvd avagpépovial pOvVo Ta adéAQIA Nou zouv.

Zntdpe nAnpowopieg yia veoyvikoUg Bavdtoug Kal anoBoAég.

Aivoupe 181aitepn npoooxn o€ adéApia nou 6ev €xouv KoIvoug Kal Touc 600 Yoveic.

Pwrtdpe yia yapoug petall ouyyev®v.

Pwrtdpe yia tnv €BvikA npoéAeucn Twv S1AQOPETIKWV KAGdwV TNG OIKOYEVEIAG.

Onou eival 6uvatdv, npoonabolpe va e€a0@ANCOUNE TEKUNPIWHEVA OTOIXEid (M.X. 10TPIKA ap-
X€ia) yla onuaviika onpeia tou olIkoyevelakoU 10TopIKoU. Xuxvda PEAN TNG OIKOYEvVelac Bewpouv
0TI KAnolo¢ ouyyeviag ndoxel and diatapaxn nou mioteletal 0Tl «UNAPXEl OTNV OIKOYEVEIQ»,
otnpIzopeva o€ ennoAAIEC NANPOPOPIEC, 01 onoiec pnopei va eival avakpifeic.

MENTEAIKH KAHPONOMIKOTHTA

H Béon yia va KATAVOHOOUHE OHHEPO TO YEVETIKO SIaXwpPIopS eival 611 €vag SitrAo-
161G opyaviopds mepi€xel 600 avTiypagpa KGBe yovidiou (ekT6G amré ekeiva ou Bpi-
OKOVTOI OTO PUAETIKG XPWHOOWMHATH). ‘Eva avTiypag@o o1ré KGBe yovidio KAnpovopei-
Tal o6 TOV KGBe YovEa. AT Ta avTiypag@a Twv yovidiwv diayxwpiovTal KaTé Tov
OXNHOTIOUS TV GTTAOEIS®V YOHETIK®OV KUTTEPWV KOl ETTAVEVAOVOVTAI GTI YOVIHO-
1oinon. To K&Be avTiypaQo ev6g GUYKEKPIMEVOL Yovidiou ovopdleTan aAANASpOpQO.
H yeveTiki 000TOGON £VOG OTOHOL WG TTPOSG EVA OUYKEKPIPEVO XAPOAKTNPIOTIKO QvVOL-
PEPETAI WG YOVOTUTIOG, £V N QVTIOTOIXN QUOIKI EKORAWOCTN TOL XOPAKTNPIOTIKOV
gival 0 PAIVOTUTIOS. XTN YEVETIK TOU QVOPWTIOV, TG XAPOKTNPIOTIK& PHTTOPOVY Vo
peTaBIBacTolV WG AUTOCWHIKG fj PUAOCUVOETA, ETTIKPATH 1] LTTOAEITTEHEVA. To PUAO
kaBopileTar amré 1o X kai To Y Xpwpdowpa. ‘Eva apoeviké GTopo €Xel Eva Xpwp6om-
pa X kal éva Y evad Eva BnAvko dTopo £xel 600 X xpwpoowpaTa. Ta yovidia ekeiva
IOV PBpioKovVTal TTAV® OTA PUAETIKG XPOHOTOUATX OVOPGLOVTAI (PUAOGUVOETA, EVAD
TO PN @UAOCLVSETA Yovibiar ovopdlovTal aLTOOWHIKE. O YEVETIOTEG XPNOIHOTTOI00V
OLYKEKPIPEVa aOUPBOAQ;, yior vor GUHPBOAICOUY TNV KANPOVOUIKOTNTO XOPOAKTNPICTIKWV
o€ €val OIKOYEVEIOKO 1 YeveaAoyiké 6évopo (MEBobor 3.1). AuT& Ta oUpBoAa paivo-
vtail otnyv Eikéva 3.1.

AUTOOWUIKA UMOAEINOUEVN KANPOVOHIKOTNTA

Ta xapokTnpIoTIKG Tor oTroial epiypdgnkav amé Tov Garrod mapovaialav Tig 1616TN-
TEG UTTOAEITTOHEVNG KANPOVOUIKOTNTAG OTTwG Ty Tepi€ypage o Mendel. Auté Ta xa-
POKTNPIOTIKG EKPPELOVTAI HOVO O€ GTOPA TTOL £X0UV OO0 HeTOAAYHEVO QVTIYpaQa
Tou Yyovibiou (GAANAGHOp@Q) TToL €XouV KAnpovopnBel, éva amd k&be yovéa (Eikéva
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KAINIKO NMAPAAEITMA 3.3

Il Puloouvdeteg oto X diatapaxég

H Emma eivar éva tpixpovo kopital nou eionx0n otnv kAivikij yevetiknc efaitiac avantuéiaknic kaBuotepnonc. [evviiBnke petd and
uia QUOIoAOYIKI €yKULIOOUVI KAl TOKETO KAl Qaivorav pia xapd w¢ Bpépoc. Ta npta Kivntikd opdonua rrav @uoioAoyikd, nepndrnoe
Kai dpxioe va Aéel TiIC npwiec e Aééeic. Kard to nepacuévo €toc, nap' 6Aa auid, pdvnke va napouoidzel npofAruara otnv avantuén.
Erkoivwver Atyotepo kair bev piAder nAéov. Enionc, éxer naparnendei 6t kdver aouviBiotec enavaiaufavolevec nEPIOTPOQIKEC Kivii-
O€IC TV XEPIWV. A€V UNMApXeEl OIKOYEVEIGKO I0TOPIKO € napdpoia npofAnuara, aAAd n untépa tnc eixe pia anofoArn, npiv tnv Emma.
H @uoiki eéétaon bev €beiée kdti 161aitepo €KTOC anod 1o Ot To PEYEBOC NG KeaArc eivar otn 10n ekarootiaia Béon evew olupwva
ue ta naidiarpikd tn¢ apxeia gaiverar 6t €va xpdvo npiv rrav otnv 50n. Oi kivijoei¢ o@iéiuaroc¢ twv xepiwv eival epgaveic. TeAkd,
blayvaornke ouvépopo Rett.

To ouvbpopo Rett (MIM 312750) eivar pia @uiooUvdetn oto X diatapaxn nou xapakinpizetalr and @UGCIOAOYIKNA NP®IUN avantuén,
akoAouBoUpevn and kabuotépnon tng avantuéng. To Yuxavaykaotikd o@iIpo Twv XEPIWV €ival Tuniké eupnua, eve napatnpeital fad-
plaia peiwaon tou pubpoU avantuéng tng Ke@anc. To auvdpopo Rett npooBarier oxedov anokAelotikd OnAukd dtopa Kal napouacidzel
ouxvotnta 1:10.000 pe 1:15.000 yevvrioelc koprtoiwv. Opeiletal oe petdMain evéc yovidiou Tou xpwpoowuatoc X, nou eivar Bavatn-
(Opa yla ta ndoxovia apoevikd dtopa. Autd pnopei va odnynoel eite oe evbopntpio Bdvato kai anofoAr tou epppuou, eite o€ NOAU
oofapd veoyvikd veupohoyikd npofAnuata. To yoviblo nou euBuvetal yia to oclvopopo Rett, to MECP2 (MIM 300005), npoobévetal
o€ HEBUNWPEVEC KUTOOIVEC KAl CUPPETEXEI 0TN YOVIDITKA oiwnnon péow pebulinonc. AnwAela tng Aeitoupyiag tou MeCp2 odnyei o€
EKTETAPEVN anoppubuion twv yovidiwv, nou anoteAei tn BAon tou vEUPOAOYIKOU PaIvotUnou.

LTTAPXEI HEPIKI] PAIVOTUTTIKE €KPPOOT TOU XHPAKTNPIOTIKOU AGYw TOU OTI TO HETOA-
Aorypévo aAAnAGHop@o ekppaleTal 0TO 50% TwV KUTTAPWY. MePIKEG PopEG LTTEPXEI
pn Tuxaia aTrevepyoTroinon Tou X, TTou OnHaivel 0TI éva Xpwpéowpa X eival evepyo
o€ eEPIOTOTEPA ATT6 TO 50% TWV KUTTAPWY. AUTO pTropel va GUPPET TuXaT, 1} PpTTOPET
va oupBel, av vTTapXEl pia dopIKr avwpoAia o€ Eva X XpwHOowHa N otroia odnyel o
BA&vaTO Ta KOTTAPA TTOL £KPPELOLVV TO GUYKEKPIPEVO XPWHOOWHA, Adyw cofapris
YEVETIKAG avVIGOPPOTTiaG. Av 1 pn Tuxaia atrevepyotroinon Tov X odnyel o€ emMKpA-
TNON TWV KUTTEPWV TTOV EKPPALoLV €va pETOAOYHEVO puAOCUVOETO 0TO X Yovidio,
TOTE TO GTOHO Ba ekPpGael ToV @AIvoTLTO. ‘Evag GAAog TpdTTog ou prropel éva

9 BNAUVKS GTOHO VO EKPPAOEI TOV PAIVETUTIO £VEG PUAOTUVOETOL OTO X LTTOAEITTGHEVOL

XOPOKTNPIOTIKOL eival av £xel éva pévo xpwpéowua X. AvTé oupBaivel OTO PAIVOTL-
KAnpovopovvrar yeverikd K& ONAUVKG GTOopa pe gUvOpopo Turner, TTOU £XOLV PHOVO 45 XPWHOOWHOTA, £TTEION
xapaxtyplotikd oo Y £X0oULV H6vOo évar PUAETIKS Xpwpdowpa. Oa avagpepBobpe Eava oTo oUvopopo Turner
Xpwudowua; apyéTepa oto PiAio avuTo.

®duloalvdetn KANpOVOHIKOTNTA OT0 XPpWHOOWHaA Y

Feveahoyikd 6€vEpa TTov TTaPoLTIALoLY PULAOCUVOETN 0TO X KANPOVOUIKOTNTO EPPA-
viCouv pévo peTafifaon XapakTnPIoTIKOU ATré ApOEVIKG O€ OpOeVIKO GTOHO, HE ap-
O€VIK& GTOPG HOVO V& vOGOUV. Aiyeg HOVO TETOIEG TTOBHOEIG LUTTAPXOLV. MeTOAAGEEIG
yovibiwv ouvdedepévv pe To Y ekdnAdvovTtal ouvBwS WG avOpIKr OTEIPSTNTA KOl
eTMOPEVWG dev TEPVOUV OTIG eTTEHEVES YEVIEG. AUTS aAAGel, WOTSE0O0, He TNV £Aevon
TWV TEXVIKOV LTTOBONBOVHEVNG AVATIAPAYWYHS TTOL EMTPETTOVV OTO GTOHO HE PU-
AooUVOeTN OTEIPOTNTA VO HETAPIPBEOOLV TIG YEVETIKEG TOUG SIPOPES OTIG ETTOPEVES.
EVIEG.

Y [61aiTepn onpaoio Tapovoidlel n PeudoALTOOWHATIK TrEPIOXN, N HIKPH TEPIOXA
OpoAOYIOG OTO GKPO TOU HIKPOU Kail TOL pakpoL Bpaxiova Twv X Kai Twv Y XpwHoow-
péTwv (Xp ko Yp) (Eikéva 3.18). MoAv Afya yovidia BpiokovTal o auTv TNV TEPIOXH
Kol Ta yovidia auTé Eeebyouv amd Tnv amevepyotroinon Tou X. ‘Eva omé auTd To
yovibia givar To SHOX (MIM 312865). ETepdluyeg peTaAAdeig Tov SHOX mpokaAobv
Tnv dvoxovdpooTéwan Leri-Weil (MIM 127300), pia orévia okeAeTIKH duoTrAaoia
oL TEPIAAMPAvVEl apITTAgLPN KEPWYN Twv avTIfpaxiov pe eapOpdoEIg TNG WAE-
VNG KOI TOU KAPTTOU KOl YEVIK& HIKPG avaoTnpa. Opoluyeg HeTOAAGEEIG TTPOKOAODY
Tov 0 oofapd pecgopeliké vavious Langer (MIM 249700), rou xapakTnpiCeTon améd
Bpdxuvan Touv avTIfpdxIou KAl TNG KVAUNG. ZNHEIDOTE 6TI KAl ol 00 auTEg diaTapa-
X€G €xouv apiBpolg MIM XapaKTNPIOTIKOUG ETTIKPATWOV 1 UTTOAEITTIOPEVMV KT GXI (PU-
AOGUVOETWV XAPOKTNPIOTIKWV. AUTS cupBaivel, dI6TI Ta yovidia BpiokovTon ko 0To X
Kol 0TO Y XPWHOOWHE, KOl ETOI CUPTTEPIPEPOVTOI WG AUTOOWHIKG XOPOKTNPIOTIKA.
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Weubdoenikpatng KAnpovopikétnta

H @eudoemikpaTAG KANPOVOHIKOTNTO QVOQEPETAI OTNV TTOPATHPNOT TNG QOIVOUE-
VIKAG peTafiBaong amd yovéa oe Taidi evég yvwoToD AUTOOWHIKOU UTTOAEITTGHEVOL
XopakTnpioTikoL (Eikéva 3.19). "Exoupe PeudoemikpaToOoa KANpovépnaon, 6tav pia
mé&Onon ivail koivij kol cupPath ge TNV avamapaywyr. H k&0etn petapifaon oup-
Baivel 6Tav o évag yovéag eival opoluyos Kair 0 GAAog eTepdluyos. ‘Eva rapdderypa
gival n algoxpwpdtwon (MIM 235200), diatapayr] oTnv omoia LTTGPXel LTTEPPOAIKT
amoppdpnon aidripov. O oidnpog evatroTiBeTar og 10TOVS, 6TTWS N KAPOIG, TO HTTAP
Kol TO TTAYKPEQG, 610U eival To&ik6G. H aipgoxpwpdTmon gival aUTOGWHIKG UTTOAEI-
TIOHEVO XOPOKTNPIOTIKG HE OLXVOTNTA POPEWY €V OTA OEKA ATOPON KEATIKAG KOTO-
YOYAS. X& auT6V Tov TTANBLOPO bev Ba HTAV GTIGVIO VI €va OPGLUYO GITOHO VO KAVEL
TaIdI& pe éva eTep6luyo GTopo.

Aiyovidiakn KAnpovopiKotTnta

H &ryovidiakr KANpoVOHIKGTNTO QvayVwpioTNKE OXETIKA TTPEOQATH OaV HOPQr| YE-
veTIKAG peTafifaons. MapatnprBnke yia TPOTH POPG O& OIKOYEVEIEG, OTIG OTTOIEG
gpaviZoTav pia dlaTapaxr TOL PHATIOU, N HEAGYXPWOTIKH OH@IPANCTpOoEIdOTTGOEI
(retinitis pigmentosa RP) (MIM 268000), oe Traidid Twv omroiwv o1 yoveig £pepav o
KaBEvag pior pETGAAaEN o€ d1aopeTIKG Yovidio oxeTICOPEVO PE TN HEACYXPWOTIKA
apipAnoTtpocidbomdbeia, To ROMT (MIM 180721) kai To yovidio Tng Trepipepivng
(peripherin) (MIM 170710)(Eikéva 3.20). Kai o1 800 yovelg gixav qpuaioloyikr| époor),
OTTwg Ba Tepipeve Kaveig, kKaBWg To ROMT Kal To yovidio TnG mepipepivnG TUTIK&
TTPOKOAOVUV PEAYXPWOTIKY OU@IBANOTPOEISOTTADEIR, PHEVO STAV Eva GTOpO Eival Opo-
duyo yia Ta peTaAoypéva aAAnASpop@a. Atréyovol rou fTav SimAol eTepolUYMTES,
€V TOUTOIG, AVETTTUEQV HEACYXPWOTIKY GHPIBANOTPOEISOTTADOEID.

Aa aa

Aa aa

Eikova 3.18 e 01 opdroyec ne-
PIOXEC OTOV UIKPO Kal OTOV HAKpO
Bpaxiova tou X Kal tou Y XpwHOOo®-
yatog ovopdzovtal weudoautoowya-
TKEG neploxéc. To X kal Y zeuyapw-
VOUV OTNV NEPIOXH AUTH TWV HIKPWOV
Bpaxi®vwy touc. Ta yovibia otnv
WeUdoauTooWHAtIKN NEPIOXN Tou X
6ev anevepyonolouvial.

&

Ti evvootue pe Tov 6po
yevdoemkpdTnoy;

©

Ti eivat iy Styovibiakr]
KAHpovouLkoTHTa;

Eikova 3.19 e Weudoenikpatou-

oa kAnpovopikdtnta. Eva etepozuyo
apoevikO dtopo kal éva opdzuyo On-
AUKO petafBifdzouv pia unoAeindpevn
Siatapaxni otnv kdpN touc, divovtag

NV eviinwaon enikpatouoag KANPo-

vépnong. Auto oupfaivel nio ouxva,

4tav 10 PETAAAAYUEVO AAANAGLOPQO
eival ouxvé otov nAnBuapo.
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KAINIKO NMAPAAEITrMA 3.4

Il MELAS

O Evan eivar 12 xpovav pe oofapri avantuéiaxr kaBuotépnon kai emAnnukéc kpioeic. O kpioei¢ tou Eekivoav drav rtav nepinou
2 erav kai fitav noAu dUokoAo va eAeyxBouv Le @apuakeutikr aywyn. lap' 6Ao nou ta npwra avantuéiakd otddia rrav QUOIOAOYIKd,
éxaoe orabiakd tic avantuéiakéc tou 6e€I0TnTec Kal eixe opioue€va EaVikd eneioodia veupoAoyIKwv eAAEILUATWY Mou Siayvaotnkav
wWC¢ eykepalikd eneioddia. Exer rma bidxurn puikn abuvapia, kabwc kai pepikn anwieia xprionc rou 6eéiou tou Bpaxiova kai nobiou
LETd and éva eykepaliko eneiaddio. Mpooparn eéétaon aiparoc kard tn idpKeia eVOC €neioodiou GLoIoU LE €YKEQAAIKO anokdAuye
uwnAd enineba yalaktikou of€oc. Kavévac dAAo¢ otnv oikoy€eveia eV éxel napopoia acbéveia, av kai n abepri tou eixe opiouEva
€neloodia onacuwvkal n UNTtépa tou €xel 1I0TopIké oofapwv nuikpaviwv. TeAikd, diayvaotnke n acbeéveia MELAS.

Ta apxika MELAS (MIM 540000) anoteAouv akpwvUpia yia to «<mitochondrial encephalomyopathy, lactic acidosis, stroke-like episodes»,
dnAadr| pitoxovoplaknc eyke@aiopuonddela, yaraktiki oeibwaon kal eneic6dia tinou eyke@ahikoU. H diatapaxr pnopei va napou-
olaoTei o€ onoIadnNote oTIyPn TG ZwAG TOU AtOPou e NPOOBEUTIKN VEUPOAOYIKN embeivwan kal onacpouc. YNApXouv NepINtoElC,
pE alpvidia ekdNAwWan veUpoAoyIKOU EANEIPLATOC NOU AKOAOUBET Tn XpoVIKA Nopeia Twv eYKE@AAIK®V eneloodiwv. O pnxaviopdg dev
eival n tunikn ayyelakn and@paén nou ouvavidye ota eyKe@aMkd, av Kai n akpifrc¢ @ualonaboAoyia dev eival eVIEA®G YVWOT).
To yahaktik6 ofU teivel va ouoowpeletal 0To aipa, €181ka Katd tn didpkela eneicodiwv eyke@aMKoU tunou. To yaAaktikd ofu eival
napanpoidv tne anotuxiac tou aepdfiou petaBoAiopol ota pitoxovdpla. MolkiAeg pItoxovopiakée petarAa&elc pnopei va eival uneu-
Buvec yla 1o oUvopopo MELAS. H nio koivi eival n petdMaén oto pitoxovdpiakd yovidio yia to tRNA tne Aeukivne (MIM 590050). To
ouvdpopo MELAS akolouBei untpikn petaBifaon, énwg avapéverar yia éva HItoxovopiakd XapaktnplioTikd, aAAd UMNopei va undpxel
peydan noikihopoppia otnv ékppaon péoa oe pia oikoyévela. Autd e€nyeital and tnv eTeponAAcpia yid tnv HIToxovopiakr HETAAAEN.
Mepika dropa KAnpovopoUv pévo éva pIkpd Nocootd PETAANAYHEVWV UITOXoVOpiwv kal npooBdMovtal nio Ania f) 6ev éxouv kaBoAou
KAIVIKA oupntopata. AMo1 KAnpovopoulv éva peyailtepo nooootd kal npoafdiiovial noAU nio oofapd. Emnpoobeta, ta ouykekpipéva
oupntouata pnopei va e€aptwvial and tv avaroyia HETAAAYUEVOV Kal Un HETAAAAYHEVWV LITOXOVOPIWV 0 OUYKEKPIUEVOUG 10TOUC,
ONw¢ 0 EYKEPAAOC N 01 PUEC.

MINAKAZ 3.1 Ta Kupidtepa ocUvopoHa NOU OXETizovial YE HITOXOVOPIAKEG HETAAAGEEIC

Iuvdpopo

KAIvikd xapaktnpiotukd

Mitoxovbpiakéc Znueiakéc MetaAAdéeic
MERRF (MIM 545000)
MELAS (MIM 540000)

KAnpovouikn ontiki veuponddeia Leber (MIM 535000)
NARP (MIM 551500)

Aiaprtng/ kwewon (MIM 520000)

Kopwaon oxetizdépevn pe apivoyiAukoaideg (MIM 580000)
YUuvbpopo Leigh (MIM 256000)

MuokAwVIKR eniAnwia, puonddeia, dvoia

[aAaktikn oeibwaon, enelcddia Tunou eyke@aiikou, puonddela,
EMANMTIKEG KPioeIg, davola

TopAwon, BAABeC kapdiakig aywyipdtntag

NeupondOeia, atagia, pEAAYXPWOTKA ap@iBAnotpoeidbonddeia
Yakxapwdng diapAtng, KOpwaon

Neupoalodntrpla KOEwon PETd and €KBeON 0€ AuIVOYAUKOGIBeEC
Aiatapaxn otnv kivnon, avanveuotikr duokivnaia, naAivepounon

EAxeipeic / AinAaoiaouof
Kearns — Sayre (MIM 530000)

EEwrtepikr o@BaAuonAnyia, HEAAYXPWOTKA au@ifAnotpoeidbondbeia, kapdiakog
anokAeIopo¢, atakia, auénuévn Npwieivn eyKem@aroVwTiaiou uypou

lMupnvikéc MeraAAdéeic
MNGIE (MIM 603041)
Oavatngodpa naidikn veuponddela (MIM 251880)

Muond®ela, veupondbela, yaotpeviepiki diatapaxn
EAdttwon pitoxovépiakou DNA

Mnyn: Shankske, AL, Shanke, S, DiMauro, S. The other human human genome. Arch Pediatr Adoles Med 2001;155:1210-1216.

Mop’ 6Ao Tov 6Aa Tar TTAdIG piag Yuvaikag pe pia piToxovopiakn peTGAAan ava-
HEVETOI VO KANPOVOPROOLY Tr HETGAAOEN, LTTEPXEI TUVABWS Eva peEYGAO eDPOG TTOIKI-
Aopop@iag aTnv EKPPAat. AUTS 0@eAeTAI OTO PAIVOPEVO TNG ETEPOTTAAOUIOG. AVTIDE-
TOl PE TO TTUPNVIKG YOVISIWHA, TO OTTOI0 AVTITIPOCWTTEVETAI ATTG £€VA HGVO QvVTIYPOipo
o€ KGBE KOTTAPO, LTTEPXOLV EKATOVTAdES pbpia piToxovopiakob DNA oe kGBe KOTTO-
po. AUTG Ta pITOXOVOpIa diaxwpidovTal TTAONTIKG, 6TaV €va KOTTAPO dINIPEITAIl, O
avTIBEON HE TOV KAVOVIKG SIGXWPITHS TOV XPWHOCGWUGT®Y OTO TTUPNVIKS YOVISiwpa
KaTG TN S1GipKeIa TNG KUTTAPIKIAG Siaipeons. Av opIoHEVA OTT6 Ta HITOXOVOpIO TTEPIE-
Xouv piot peTGAAaEN kal kKETToIa GAAX 6X1, TO ATTOTEAETH PTTOPET Var Efvail GvIOT) KOTA-
VO HETOAAOYHEVWV KOI M HETOAAGYHEVWV HITOXOVOPIwV OTO BUYATPIKG KOTTAPO
(Eik6va 3.31). Katé& Tn SidpKeIa Tapoywyns woKLUTTAPWY AUTE PTTopel va €Xel WG
oTTOTEAEOHO DIGPOPETIKE WOKOTTAPX VA ApBEvouV S101popeTIKOUG ipIOPOUG HETOA-
Aorypévav Ko pn peToAAaypévav popiwv pitoxovopiakold DNA, rou petagppdleTal og
OITTOYGVOUG TTOU KANpovopoUv Tn HeTGAAaEN o€ diGgpopoug Pabuols. T CWPATIKG
KOTTOPO QUTS €XEl WG ATTOTEAETHO O OPICHEVOLS I0TOUG va UTTAPYXEI LTTEPOXH TWV
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HETOAAOYHEVWDV EVAVTI TWV pn HETOAAGYHEV@Y popiwv DNA Kal, KAOT& OUVETTEIT, VO
TOPOLOIALOVTOI IGTOEISIKES ETTISPAOEIG TNG HITOXOVOPIOKNS HETGAAENS.

LYMMEPAZMA

“Exel mepdoel TOAUG kaipdg otd Ty eoxr] Twv Mendel kon Garrod ko ofjpepa €xou-
HE KOTAVOROEI T HOVOYOVIOIOKT] KANPOVOHIKOTNTA O¢ HopIakS eTiredo. ‘OAeg auTEg
0l YVAOEIG HoG fonBolv var GUVEISN TOTTOINCOVHE TNV TTOAVTTAOKSTNTO TWV YEVETIKWOV
OLOTNUATWY. AV UTTGPXOLV OTNV TIPAYHATIKOTNTA HOVOYOVIDIOKEG SIGTAPOXES — KO-
véva yovidio Sev dpa Hévo Tou, DO TE va KaBopIoel évav paivéTuTIo, XwpPi§ vor aAAnAe-
mOp& pe &GAAa yovidia kol pe To TePIBEAAOV. O HEAETOOVHE T TTOAVTTAPOAYOVTIKG
XOPOKTNPIOTIKG apYSTEPQ 0 LTS TO PIPAI0 TTOL TTAPAOOCIOKG HEAETWVTAI XWPIOTH
OTé Ta HOVOYOVIOIOKG XOPAKTNPIOTIKG. AUTH n Sidikpion apxidel va pnv 10xVel, £v
TOUTOIG. ‘'OAO TO XAPOKTNPIOTIKG €IVl OUVOETO XAPOAKTNPIOTIKOV. OpIopéva OXETi-
CovTai pe Tn 6pdion evég fj Aiywv yovidiwv pe anpavTiky dpaon evd og GAAa ovppe-
TEXOLV TTOAAG Yovidia. H kaTavonon Tng AeiIToupyiag auTwy Twv BIOAOYIKWY SIKTOwV
TOPOPEVEL PO OTT6 TIG TIPOKARCEIG OTNV €PELVA TNG YEVETIKAG Kol €ival MOavov va
peTa@paoTel og peyoAbTEPN PSSO O0TN didyvwon kal Tn Bepartreia.

EPQTHZEIX ENMANAAHWHZ

3.1 Tlaipvete €va OIKOYEVEIAKO 10TOPIKO Kal EXETE TO NAPAKATW Yevealoylkd 6€vdpo (Eikdva 3.1).
Mwc 6a oupBouielate ta dropa autd SedOPEVWY TwV NANPOMOPIDV NOU EXETE,;

Bill Zoe

MELAS ZoBapn avarttu&lakn
kaBuoTépnon

3.2 Molog eival o nio niBavoc tponoc KANPOvOUNonc Nou aviinpoownelvetal 0To NAPAKATW
yevealoyiko 6évdpo (Eikova 3.2);

3.3 Ta dropa II-3 kai lI-4 6éNouv va yvwpizouv tov Kivbuvo va anoktrfoouv éva naidi pe pia
aAUTOOWHIKA enikpatr] dlatapaxn n onoia éxel ekdnAwbei ota dropa I-2, -1 kai II-3 (6e¢ Eikdva
3.30). H dieioduukdtnta tne diatapaxig eivar 75%.

- LA,
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Ié¢ yivetar n avdAvon yeveTikig
ovvdeons arov avlpwo;

Eikéva 4.7 e Enmxiaopég katd
S1dpKela ToU PEIWTIKOU ZeEuyapwua-
10C TWV OUOAOYWV XPWHOOWHATWV.
Map' A0 Nou oI OXETIKEC BETEIC TWV
yovidiwv A, B kai C dev aMdzouy,
1A OUYKEKPIUEVA OET AAANAOLOPQWV
navw otd U0 XPWHOOWHATA AANG-
zouv. Apxikd, Ta aAAnAduop@a A, B
kal C Atav oto éva and ta dUo xpw-
poowyata Kai ta a, b kar ¢ oto dAho.
Metd ané tov avaocuvduaopd ta A
kal B eivarl pazi pe 1o ¢, Kal ta a kai
b pazi pe 1o C otn pia anod tg dvo
XPWUATI®eC TwVv avaouvbuaopévwv
XPWUOOWHATWV.

Eikova 4.8 e Auo aniotunol yia
TouC yevetikouc tonouc A-G. O kabé-
vag anoteAeital and éva OUYKEKPIE-
VO 0€T aAANASHOoPP®V, Ta onoia Bpi-
oKovtal 10 éva dinAa oto dAAo oto
€va aviiypapo evog OUYKEKPIUEVOU
XPWHOOWUATOC.

Eikova 4.9 e T[IAfjpng ouvbeon
peta&l evoc zeUyoug YEVETIKWV T6-
nwv, XwWPi¢ avacuvduacopod avaueod
toug. To dropo II-1 eival etepdzuyo
yla toug dUo yevetikouc ténouc. H
oUzuyoc¢ tou eival SIMAG opdzuyn.
Kd&Be andyovoc otn yevid lll naipvel
1a a Kal b ané tn pntépa Kai eite AB
f ab anoé tov natépa. Kavévac anod-
yovog dev naipvel avacuvduaopévo
Ab A aB ané tov natépa.

AvdAuon yeveulkng ouvdeong

H ouxvéTnTa Tou avacuvvdLaopPOL avépeoa og £va (eUyog yovidiwv eival cuvapTnon
NG améoTaons. Mo ouykekpipéva, 600 o HakpId BpiokovTal, TGO o CUXVE CU-
Baiver avaouvdovaouds avéapead Tous. Av §0o yovidia BpiokovTal TOAD kKovTé peTadl
TOUG, 0 AVOITLVOVOCTHGG AVAHETG TOUG eival TTOAD OTTGVIO va GUMBER. "Eval OUYKEKPIPIE -
vO 0T 0AANAGHOPPWV TTOUL BpioKOVTAl KOVTG TTAVM OTO 510 QVTIYPOIPO XPWHOOHDHA-
Tog aoTeAel Tov amAdTumo (Eikéva 4.8). Na e€aipeTikG oTEVG oLVEESEPEVT YoVidIa,
OAANAGHOP@PO TTOL TTOV CUHHETEXOUV OTOV OTTAGTUTIO, TEVOLV VO TTAPAPEVOLV £TOI
atd yevid o€ yevid (Eikéva 4.9). Mévo o€ oTrdvieg TepITTTOOEIG Ba Snpiovpynovv
VEOI GUVOVAOOI PE ETTIXIGOUG.

@ - mMmOO T o

Al.h aja

EIB blb
T

.. O
B @
Ala ala
Bib bib

o
e 1 2 a \_/4

a aja aja A
b blb blib B




KewdAaio 4 To avBponivo yovidiopa 67

H avTiBeTn KAT&OTAON QAivETAI £60) O€ TTEPITITAOEIG YOVIOiwY, Ta oTroia Bpioko-
vTal 0€ SIGQPOPETIKG XPOHOCMOHUATA. € AUTHY TNV TEPITITWON, TX aAANASpopPa Sia-
xwpiCovTal Tuxaia 6TOVG YOUETES. Mo €éva pn ouvdedepévo (eBY0G YEVETIK®V TOTTWV
LTTEapXEl 50% mBavETNTO Vo Bpebel 0 YOVIKGG oLVOLAOPES TwV GAANAGHOPPWY OF
évav améyovo Kai 50% mOaveTnTa va oLUPEl €évag pn yovikég ouvduvaouds. 50% ye-
VETIKA avaoUVEUAGPEVOI KOI PN avaouvdvaopévor yoveTuTrol eival To aToTEAETHO
Tov TuXaiov SioywpiopoL (Eikéva 4.10).

YmoBéoTe 611 §00 yovidia BpiokovTal o€ TETOIR ATTGOTAON PHETALY TOUG WOTE VO
ovpPaivel avaouvbLAoP6s avapeod Toug 0To 10% Twv TepIMTWOoewV. KaTd péoo
6po, AoITrév, To 10% TWV YOHETIKDV KUTTAPWY Ba eivan avaouVOLAOHEVO Kal TO 90%
pn avaouvbvaopévo. AuTi n TPSPAeYn Ba TTpaypaTOTTOIOBVTOY GV £ETALSTAV EVOIg
TTOAD pEYGAOG GpIBPGS aTroySvVmy. X €va 16avIKS Treipapa (eVYOPWOHATOS £vol GTOHO
SITTAG eTepSluyo Levyapdvel e Eva Op6LuYO GTOHO KO TTaipvoUE €vav TTOAD peyGAo
apiBué amoysvwv. TETolov eiboug Teip&paTa yivovTal cuxva pe poyeg Drosophila 1
TTOVTIKOUG, OAAG dev eival w@EMpa yIa T XapTOYP&@PNan Tou avep@ITIVOL YovidI®-
HaTOG.

Mo va mpootrepdoovpe auThv TN SUOKOAIQ, pict OTATIOTIKA TTPOCEyylon £X&l ava-
TITUXOEN YIO V& TTAPOUHE TTANPOPOPIEG OXETIKA HE TN YEVETIKY oUVdean yovibiwy atmd
HIKPOTEPES OIKOYEVEIEG (PE HIKPO apIBUS atroydvawv). AuTé TTou UTTOAOYICETON Eival N
OXETIKA TIOAVOTNTA Vo ANPOel £va 0pIGPEVO GUVOAO OIKOYEVEIOKWDV TTANPOPOPIDV
gév éva Levyog yovidiwv eival ouvdedepévo avTi va diaxwpileton Tuxaia. Mo pia ol-
Koy€évela pe TEooegpa TTaIdIG N TOAVOTNTA YIa KEOE OLUVOLOOUS AVAOLVOVAGHEVWV
KOl PN avoouvouaopévwv yovoTOTrwv Sedopévou 611 dev urépyel ovvdean (dnAadn
TO OTTOTEAEOUA TOL TUXGIOL SiaxwpIopol) eivai: (1/2)*(1/2)*(1/2)*(1/2) = 1/16. (Na
onpeIwBel 0TI N oIp& YEvwNong TwV TEOa&pwY TaudIdY 6ev AapBdveTar v’ oYy,
a@ol auToG 0 TTaPA&YoVTag Ba eival 0 apIBPNTHAS KAl O TTAPOVOHOOTHS TNG OvOAoYi-
ag Twv mlavoTATWY.) H mlavéTnTa va So0pe omrolovémoTe oLVOSLOCHS avaoLV-
SLOACTPEVWVY KOl I GVOOUVOVOTHEVWY YOVOTOTIWV, v Ta Yovidia eival ouvbebepéva,
e€apTaTal amé To M600 KOVTA& BpiokovTtal. MNa Tap&deryua, av To TOOOOTS AVAGULV-
Svaopol avépeoa og Eva (ebyos Yovidiwv gival 10%, TOTE n MOAVETNTA £VOG QVOL-
ouvbvaopévou atépov eivar 0,1 Kal evég pn avaouvdvaopévou 0,9. Xe pia olkoyEvela
TeooGpwv aTépwv (Eikéva 4.11), n mMOavoTNTA va Solpe €vav avacuVOLOOHPEVO KOl
TPEIG I QVOOUVOUOICHEVOUG GITTOYOVOUS, OV I CLXVOTNTA AvacLVOLAGCHOD eivar 10%,
eivai (0,1)*(0,9)*(0,9)*(0,9) = 0,0729.

Y& AUTHV TNV OIKOYEVEIX TOV TEGOGPWV HE EVA VOOLUVOLAOPEVO KOl TPEIG HIN OVOi-
oLVOLOOUEVOUG OLVELAOHOUSG OAANASHOPP®Y, TI eivan TTI0 TIOAVS; [EVeTIKY oUVde-
on pe ouXveTNTA avaouvdvaopol 10% f pn obvbeon; MTropolpe va ouYKpIvVouE
TN OXETIKA MOAVOTNTO QUTWV TWV 600 AUTWV SUVATOTHTWY LTTOAOYICOVTOG £vav
A6yo miBavoTATWY. Xe auTAv TNV TepiTTwon: 0,0729/0,0625 = 1,167. H obvdeon
gival eAappdg o moavy amé T pn obvdeor). To (610 propel va cupPel yia GAAeg
TIHEG OLXVOTNTOG TOL avaoLVOLAOTHOL avdpeaa og 6Uo yovidia. H ouyvéTnTa ava-
oLVOLAOPOL CLVHBWS EKPPALeTAl WG Pi HETAPBANTH B, TO KAGOHO avaoLVOLOCHOD.
‘Otav 6=0, n mMBavéTnTa oVVOeoNg Ba eivarl pndevikn e&v eppavioTel €0Tw Kol éva
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Avaouvduagpévol Turot

Eikéova 4.10 e Tuxaiog Siaxw-
pPIoUOAC aAANAOHOPEWY € dUOo Un
ouvdedepévoug YEVETIKOUCG TONOUC.
To dropo II-1 eival 8inAG etepdzu-
YO Kal napdyel 1€0oepeig TUnoug
oneppatozwapiwv: AB, Ab, Ba kai ab.
KaBévag anod toug 1€00epeic autol
ouvduaopoug napouacidzetal o€ Ka-
Oévav anod toug anoyodvoug, Ue ano-
1éAeopda va npokuntouv ool apiBuoi
YOVETK®V (Un avacuvbuaopévwyv) Kai
avaocuvbuaopévwy anoyovwy.
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ENAIA®EPON OEMA 4.1 AINAAXZIAXMOZ TMHMATOQON

H avdAuon tng aAAnAouxiag tou yovidiopatog tou avBpwnou anokdAuwe 6t ndvw and to 5% tou yovidiwpatog anoteeital and ne-
pIOXEC MOuU avagépovial oav dinhaciacpoc tunpdtwy. Evac dinhaciaopdc opizetal w¢ pia opada aAAnAouxiwv peyédouc touidxiotov 1
kb pe 90% 1) peyaiutepn opoAoyia. Opiopéva tpfipata wotdoo pnopouv va Eenepdoouy Ti¢ 200 kb. O1 dindaciaopoi Tunudtwy naizouv
onUavtkd pdAo oTnV dnuIoUPYia XPWHOCOUIKWV avakatataewyv nou eival noAl onuavtiki yia tnv e€ENIEN, yiati eival uneubuvn yia tig
XPWHOOWHIKEC aAAay€EC nou odnyolv otnv €16oyéveon, aAAd €€ioou onUavtikn Kal otnv 1atpIkr, ONou 01 XPWHOOWUIKEC AVWUANEG
0dnyouv 0€ OUYYEVEIC aVwHANEC Kal OTOV KApPKivo.

O1 dinhaciaopoi Tpnudtwy dev katavépovtal opaAd oUte Katd PAKOG Tou 510U XpWHOoOWHATOC aAAG oute avdpueoa o€ d1apopeTIKd
xpwpoowpata. Opiopéva xpwpoowpata eivar 1dlaitepa nhouoia oe SimAaciacpouc tpnudtwv. MNa napddelypa, 10 25% 10U XPWHOO®-
patoc Y anoteAeital and dindaciacpouc tunudtwy. O1 dinhaciacpoi tpnudtwy evionizovial oe ducavaloya peydio nooootd Kovid otd
Kevipopepidia kal ta tehoppepidia. Aev eival Eekabapo nwE npoékuywav ol diNAaciacpoi tunpdtwy. Maotetetar 61 pepikoi Eekivnoav
PE TNV €10aywyn piac opddac aAAnAouxi®v o€ pia xpwpoowpikn nepioxn (Eikova 4.24), akoAouBoupevn and dvico enixiacpd nou
dinhaociacav koppdtia DNA.

‘Exoupe 16n 6¢e1 oto KepdAaio 2 éti dvicog enixiaopdc avdpgeoa o€ enavarapBavopevec Jovadec pnopei va odnynoel oe éMelppa
f) SINAACIAOPO TWV XPWHOOWHUIKWV TUNPATWY. AuTOC 0 pUnxaviopdg eival unetBuvoc yia noAAd olUvdpopa, Twv onoiwv n atia eival
kdnoia €Melgpa i kanolog dinkaciacuog, 6nwe yia napdaderyua n veuponddela Charcot-Marie-Tooth (MIM 118200), 1o unepwiokap-
dionpoownikd ouvbpopo, 10 ouvdpopo Williams-Beuren (MIM 194050) kal noAAd dMa. Katd tnv e€€NIEN, avaouvduaopoi nou epne-
piéxouv dinAaoiaopouc tunudtwy Bewpoulvial 0Tl €xouv 0dNYMOEl € AVAOTPOWES Kal AAEC avakatatd&elc nou anoteAouv tn Bdon
¢ e1boyéveonc. MNa napdderypa, 18 and ta 23 avBpwniva XpwpPoowuata eival oxedov OpoIa Je TwV NPWIEUOVIWV Kal N Heyaidtepn
dlapopd ouviotatal o€ NEPIKEVIPIKEC AvVAOTPOMEC avapeoa ota undAoina xpwpoowpatd. AinAaciacpoi tpunudtwv pnopei eniong va
OUPPETEXOUV OTn dnuioupyia véwv yovidiwv. Movibla oe dinhaciaocuévo tpApa Pnopei va unokeivial o€ PIKPOTEPN EMIAEKTIKN niean,
and tn oTlyyr) NoU aviinpoownelouv éva «e@edPIKO avtiypa@o». Yndpxouv noAAd napadeiypara 6INAACIACUEVWV YOVIBIOKWY OET OTO
avBponivo yovibiopa. Mia and autég eival 0 YEVETIKOC TONog Twv o@aipivev (Ke@dAaio 13) kal ta yovidia Twv oyIvedv Nou ePNAEKO-
vial otnv €yxpwun 6paan.

Mpdoparta éyive ep@aveg ot undpxel évac Babpdc noAupop@IoPoU oTov aplBpd Twv PHovadwy enavaanync opIoHEVWY PEYAAWVY
dinAaciaopévwy Tunpdatwy. Auto eival yvwotd wc nolkiAopop@ia peydAng kAipakac. Mével va dianiotwbei eav autéc ol napaiayéc
€X0UV AEITOUPYIKEC EMMNTWOEIC, YIa napddelypa va e€unnpetolv w¢ napdyovieg KIvEUVoU OTnv EPPAVION KOIVWV dIatapaxwy.
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Eikova 4.24 e [Ipoteivopevog unxaviopog tng dnuioupyiac tou dindaciacpou tpnpdtwv. TuAuata DNA avuypa-
(povtal HEoa O€ ia XPWHOOWHIKN NEPIOXHA TOU («YEVETIKOC TONOC dEKTN»). O diINAacIaopdg 60U i EVOC TUAPATOC
autig TNC NePIoxXng odnyei otn yéveon NOAANAWY avilypdmwVv 0AOKANPOU TOU TUApatog. AlaoKeuaopévn Katoniv
adeiac, and Macmillan Publishers Ltd: Samonte RV, Eichler EE. Segmental duplications and evolution of the
primate genome. Nature Reviews Genetics 2002;3:65-72.

opbAoywv aAAnlovyidv oe éva e§eTaldpevo deiypa (MEBobdor 4.3). AvTh n pébodog
pTTOpEl va Xpnoipotoindel yia Tnv Taxeia aviyvevon mapoAlaydv aAAniovyiag o
£vav peyYGAo apIBpS SeIlYPETWV 1] va XOPOKTNPIoEN TO 0UVOAO TwV YovISiwv TTou pe-
TaypGPovTal 0€ £va opIopEVO Sefypa 10TOU. O 6pog «PUGIOAOYIKG YOVISIOHOTON £XEI
VIOBETNOET YO VO CLUOXETIOEI TIG GAAXYEG OTO TIPOTUTIO £KPPOACNS TWV YOVISiwV ] OL-
YKEKPIHEVWV OPAOWV YEVETIKWDV TTAPOAAXYWDV O& CUYKEKPIHEVESG PUOIOAOYIKEG KOTO-
OTAOEIG LYEIOG 1] aoBévelag. O 6pog «XNUIKG YOVISIDOUATO» XapakTnpilel TIG cAAaYES
0TI CUPTTEPIPOPE TWV YOVISIWV 1] TV YOVISIGK®DV TTPOi6VTWV, 1§ ATTAVTNON OTNV £K-
Beon o€ XNMIKOUG TTOPAYOVTES Kal PTTOpel va XpnoipotroinBei yia tn digpebvnon Towv
PLGIOAOYIK®Y ATTAVTACEWVY A YO TNV avad{Tnon TOav®Y VEWV POoPPGKWV.
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MéEBGodo1 4.3

FNovidiakég pikpoouatoixieg (chip)

Mapadooiakd, ol YeVETIKEC HEAETEC €0TIAZOUV O€ €va Yyoviblo KaDe @opd, aAAd TWPA EXOUNE
€PpYaAEia ota XépIa pac nou entPENouV PHEAETEC euputepNC KAipakac yia tn dopn kai tn Aeitoupyia
peyarwv opddbwv yovidiwv tautdxpova. Mia ané t1¢ texvoloyiec-kAe1did nou xpnaoiyonoinbnkav oe
autfyv tnv npoondOela eival n yovidiakn pikpoouaotoixia (yovidiako «toin»). H Baciki apxni tne eival
Ot ouykekpipévec arlnAouxiec DNA, eite tpfpata anopovwpéva and éva KUttapo r ouvletikd
OMNYOVOUKA€EOTIBIQ, pnopouv va kabnhwboulv oe pia ouykpipévn Béon ndvw o€ pia PIKpr YUAAIvn
nAat@oppa (toin). O aAnAouxiec KaBnAwvovial Xpnoigonolmviac pia @WToxnuikh aviidpaon kai
éva autopatonoinuévo olotnua, 10 onoio Ynopei va napaydyel oucToIXieg PE EKATOVIAdEC XINIG-
dec annAouxiec. To DNA nou Bpioketal ndvw otn PIKPOOUOTOIXiA YNOPET va aviioToIXel g€ aAAn-
Aouxiec tou yovidiwpatoc 1 pnopei va eival opdAoyo pe aMnAouxiec RNA kal va xpnoiponoleital
yla va avixveutei yovidiakn ékppaon. Oa avantufoupe avalutikOTEPA TIC CUOTOIXIEC YOVIDIAKNAC
ékppaonc oto Kepdhaio 8. Eva napdderypa avaiuong yovidiopatikod DNA gaivetal otnv Eikdva
4.25. K&Be Béon tng ouotoixiac nepiExel éva OAlYyOVOUKAEOTIOIO NOU aviioToIXEl Pe éva Tpfipa Tou
yovidiou nou pag evbiagpépel. Or yeltovikée B€oelc nepiéxouv tnv idla aAnAouxia pe diapopd oe
pia Baon. Kd6e mbavr) aAayr) fdong oe onolodrnote onueio tne aAAnAouxiag pnopei va dnuioup-
ynoei kar va tonoBetndei oe pia 6€on tne ouotoixiag. To deiypa DNA 1o onoio peAetdpe onpai-
VETal, 0Tn oUuvéxela, pe évav @bopizovia deiktn kai uppidionoieitar pe to DNA tne ouctoixiag. To
DNA 6a uBpidonoinbei uévo pe ta 0AMyovOUKAEOTidIa oTic BETeIC EKEIVEC NOU NEPIEXOUV AKPIR®G
¢ oupnAnpwpatikég Bdoelc. Me éva unoAoylotiké cuotnua 6a tautonoinBoulv ol B€aeic pe ta
ofpata uPpidonoinong, and ta onoia pnopoUpe va cupnepdvoupe tov yovotuno yia to deiypa DNA
o€ ONEC TIC AAANAOUXIEC YIa TIC ONOIEC UNAPXOUV OAlYOVOUKAEOTIdIa. Autr N NPocéyylon entpénel
v tauvtdéxpovn yovotunikr avdiuon xiAiadwv SNP oe éva deiypa.

H BromAnpogopiki TepdapPdver T Xprion LTTOAOYIOTAV, YIO VO KATNYOPIOTTOIN -
O€l KOl VO ovOAUoel peyGAa oUvoAa BloAoyikadv dedopévawv. Mpooeyyioeig Tng BiomAn-
POPOPIKAG EXOLV EPOPHOOTE TNV AAANAODXNOT TOL AVOPWDTIIVOU YOVISIDPATOS, YIX
va BonBfoouvv otnyv TavToTroMON YovIdiwv | oToixeiwv eAéyxou. ‘Eva e€xipeTIKG TTO-
AOTIpO gpYOAeio eival ) oUYKPION GAANAOLXIDV AVAPECO O€ DIRPOPETIKA £i0n. Mia pe-
YA TrpooréBeia yiveTan, yia vor aAAnAouxnBolv Ta YOVISIOHOTO piog PeYGAng Trol-
KIAIOG TTPOKOPUMTIKMV KAI EVKAPUMTIKDV OPYAVIOP®V. EKTG atré To 0TI TrapExouv
TANPOPOPIES YIa TNV £EEAIEN aLTOV TwV €16V, TETOIOUL £idoLG oLYKpioelg fonBolv
VO TOUTOTIOIROOVHE AEITOUPYIKEG TIEPIOXES TTOL £XOLV GLUVTNPNOE KATA TNV eEENIEN.

H Broloyia oUOTNPATWV KAVEl Pi OAOKANPWHEVH TTPOOEYYION OTN HEAETN TTOAD-
TTAOKWV PIOAOYIKWDV @aivopévwy. Tovidia, yoviSiakd TpoidvTa, TTpWTEIVEG KAl HETO-
BoAiteg bev Spouv aropovwpéva, ocAAG GAANAETISPOUV peTaED TOUG Kol dnpiovpyoly
éva eviaio 6ikTvo. H BlroAoyia cuoTnPGTWY gival 1) TTPOOTTGOEIX VO KATAVOOOVHE
TOG AT Ta dikTua gival Sopnpéva Kal MG o1 HETAPBOAEG evEG OLOTATIKOD TOU
SikTOOUL eTTNPEGLOVY OAGKANPO TO CVOTNHA. MEYGAO PHEPOG OITTO TNV ETTIOTNHOVIKN
TPOOTIAOEIN TOU TEPATPEVOL AIDVA, CUPTTEPIApBavVOpEVNS TNG AANAOUXNONG TOU
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Eikéva 4.25 e Avdiuon yo-
vidiwpatikot DNA pe yovidiakéc
HIKpoouaoToIxieg. KdBe kuttapo tou
NAEypatog nepiéxel JovokAwva
OAlYOVOUKAEOTI®IO JE OUYKEKPIYE-
vn aAnAouxia DNA. H aAAnAouxia
eNéyxou Ba uBpidonoinBei povo pe
OUUNANPWHATIKEC AAANAOUXIEC KUT-
1dpwv. O yevotunog tng aAAniouxiag
€AEYX0U paivetal and ta Kuttapa
nou ufpidonolouvvtai.
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Eikova 6.4 e H diadikaoia tng
peiwong. Ta opdAoya xpwpoowyata
ZEUYAPWVOUV KATA TNV NpWTn YEl-
WUKA npdpacn kal diaxwpizovral
otnv npwin diaipeon. O1 xpwpatideg
01N ouvéxela dlaxwpizovial Katd n
deutepn pelwtikn dlaipeon yia va
oxnuatiotolv TeAIKA T€c0oepa anio-
€101 yapeukd kuttapa.

— [Mpwtn
Staipeon

Zeuydpwua
opOAOYWV
XPWHOOW-
HATWV

Kuttapikn
Slaipeon

— Aeutepn
Staipeon

Kuttapikn
Slaipeon

apoeVvIK& GTopa, oAGkAnpn n diadikaoior TnG peiwong Aappaver xdpa o SiGoTnpa
HEPIK@V Npep@V. Kai aTIg d00 TEPITTTMOOEIG, N TTPATN PEIWTIKY diaipeon oAokANp®-
VETOI KOOGS TX OHGAOYO XPWHOOWDUATO diaxwpilovTal oTov K&Be TTOAO KOl TTPOKU-
TTOUV 600 BUYATPIKG KOTTAPO. TNV WOYEVEDH, éva aTré Ta BUYATPIKG KOTTOPO B
Yivel @wGpio, evad To GANO eival £va HIKPGTEPO KOTTAPO, TO OTTOI0 OVOPGLETAI TTPWDTO
TOAIKS owpdTio. Kal oTig 600 mepITTdoelg, map’ 6Aa auTd, T BUYATPIKE KOTTOPO
TOPA TEPIEXOLV EVA HOVO AVTIYPOPO TOU KEAOE XPWHOOWHATOS, TTap’ GA0 oL KGBE
XPWHOoWHO aroTeAEITOl aTr6 00 XpwHaTideg. Tat KOTTAPO TN CLUVEXEIX TTEPVOUV
atré £va de0TePO YOpo Siaipeong Trov poidlel pe piTwor, pe T diagopd 6T dev Tporn-
yeital avTiypagn Tov DNA. AuTé Trap&yel TEGOEPO OTTEPHATOYOVIO 1} EVO WOKUTTOPO
Kol éva 8e0TEPO TTOAIKG OWUAETIO, PE TO KOBEVA va €Xel Pia TTAOEIDN) OeIp& XpwHO-
OwpPATWV. H peimwaon pe autév Tov TpéTro €xel Vo Baaikoig péAovs. MNMpdTov, HEIDVEI
TO OUVOAO TWV XPWHOOWHUATWY 0€ ATTA0EISH ApIBUS, €TO1 MOTE PETG T YOVIPOTTOIN -
On V& OTTOKOTOOTOOET 0 SITTA0EIOAG OPIBHOS. AeUTEPOV, ETITPETEI VO YIVEI YEVETIKOG
ovVOoLVOLACHGS.

Ta SiGpopa BrjpaTa, TG00 TNG HITWONG 600 Kal TG PelwonNg ival, 6TT®G 0 KUTTO-
pIK6G KOKAOG, avoTnpd pubpiléueveg Siadikaoieg. Mia opGda KUKAIVGV Kl KUKAIVO-
eEQPTWHEVWV KIVOOWV HE OUYKEKPIPEVN SpaoTNPISTNTA KATG TNV KUTTAPIKY Siaipe-
on ePTTAEKOVTOI OTO V& KATELOUVOLV TI| OTOIKION TWV XPWHOCWUETWV OTNV GTPAKTO
Kol Tov Siaxwpiopd Tov adeA@adv XpopaTidwv. Ta IVIdIa TNg aTPEKTOL ATTOTEAOV-
VTQI OTT6 HIKPOOWANVIOKOUG TToU OGAANAETTIOPOUV pe pict Sopr TOL KEVTPOPEPIdIOL TTOV
OVOpGCeTal KIVNTOXWPOS. [MpwTeiveg GAANAETIOPOVV pE TOUG HIKPOOWANVIOKOUS, KOI
AEITOLPYOUV WG «UNXAVESH, TTPOWODVTAG TIG AOEAPEG XPWHATIOES (1] TO XPWHOODHA-
TO, OTNV TEPITTTWON TNG HEIWONG) TTPOG TOLG TTOAOVG TNG ATPAKTOU.

XPQMOZQMATA

O avOp®dTIVOG KAPUOTUTOG OTTOTEAEITAI O 22 LeByn Un PUAETIKGOV (AUTOCWHI-
K@V) XPOUOOWHETWV Kol a1T6 500 PUAETIKG XPWHOOWHATA, XX yia Ta OnAvkd GTo-
pa kai XY yio Ta apoeviké. Kébe xpwpdowpa atmoTedeiTal améd pia ovvexr aAvoida
DNA, trou trepIdapféivel atd pePIKEG eKATOVTAOEG HEXPI TTOAAES XIAIGdES Yovidia. H
HEAETN TOOO TNS PUOIOAOYIKAG 600 KAl TNG HI PUGIOAOYIKAS SOHG TWV XPWHOTWHG-
TV €xel TPOOPEPEl BaOIKG epYyaAeiar yior TNV HEAETN AvaTITUEIOKMVY SIXTAPOXWDV KOl
TOUL KOPKIVOU OTOV GvOpWTTO.
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XpWHOOWHIKA dopn Kal avdAuon

To XpWHOODPATA LTTOKEIVTAI 08 VAV KOKAO OUPTTOKVWONG KOl XTTOCLHTTOKVMWONS
KOTA TOV KUTTOPIKG KUKAO. ZeTUAfyovTOl 0TOV PEYIOTO BABOPG KT Tr HEGOPOOT KOl
gppaviCouv T PEYIOTH SUVATH CUPTTOKVWOT KAT& Tr HETGPOOT TS HITWONS, aKpI-
Bds IV TO dlaxwplopd Twv adEAPDY XpWHATIOWY 0T BUYATPIKE KOTTOPA. MIAR-
oope yia TN dopn TNG XpwHaTivg 0To Ke@GAaio 1. To HETAPATIKG XPWHOTWMUA ATTO-
TeAelTOn AT BPOYOVS XPWHATIVIG TIPOCOEPEVOUG O Eval TIPWTEIVIKO OKEAETO (EIKGVOL
6.5). H ouvoAikr} ouptrokvwon eivair epitou 10.000 €wg 20.000 @opég peyoADTEPN
OUYKPITIKG pe TN «yupvi» 6ikAwvn €éAika Tou DNA.

Ta XpOHOODdPATA PTTOPOUV va avaAuBolv KAT& Thv KUTTOpIKY diaipean, éTav
BpiokovTan 0T @A&oN OV £XOLV TN HEYIOTN CUPTTUKVWOT] TOUS fj KOVT& 0€ AUTAY
TN @éon. H xpopoowpiki avé&Avan yiveTal o€ dIyvwoTIKG EPYXOTAPIN YEVETIKAS,
O6TToL YIVETQI QVIXVELOT GVWHOAIDV TOU aplBpoL i TNG SOHAG TWV XPWHOTWHATWV.
H avé&Avon TpoyHOTOTIOIEITAI 08 TaXEWS SIPOUHEVT KOTTOPA, TG ival KOTTAPX
TOU PUEAOD TWV OOTWV 1] KAPKIVIKE KOTTAPO I} 0€ KOTTOPO TTOV AvATTITOO0OVTAI O€
KoAAIEpyeieg (M€Boboi 6.1).

MEOBGobol 6.1

Xpwpoowuikn avdiuon

H kUpla nnyA KUTTApwy Nou XpnoIUONoIEiTal 0TV KAIVIKN KUTTAPOYEVETIKA eival T Aep@okittapa
neplpepikoU aipatoc, ta onoia Sleyeipovial, WOTE va apxioouv va NoAAnNAAcidzovial otnv KaAAI-
€pYela Pe tn xpAon TN Aektivne @utoalpayAoutivivng. Ta kittapa ouMéyovtalpetd and npoodrkn
NG ouoiag KOAXIKivn, n onoia avactéAAel Tov oxnuatiopd tne atpdktou. Eneita, pe tnv npoodnikn
unotovikoU aAatouxou d1aAUpatog, ta KUttapa au€dvouv o€ OYKO AOYWw WOPWTIKOU @aivopévou,
n pepppdavn toug ondel Kal Td XpWHOoWUATd anAmvovtal. Xtn ouvéxeld, povigonoloUvidl ndvw o€
AVIIKEIPEVOPOPO NAAKA Kal BApovtal pe e18IKEC XxpwoTikéc (Eikdva 6.6).

H avakdAuwn tne enefepyaciac pe unotovikd didAupa to 1956 ékave duvarr tnv avantuén tnc
KAIVIKAC Kuttapoyevetikic. Mpiv ta xpwpooopata @aivovial oav cupnayf pdza péoa otov nuphva
kal dev frav kabdAou eukoAo va diakpiBei to éva and to aAAo. Téte nioteuav Ot 0 PUOIOAOYIKOC
apiBUoC TV XPWHOOWUATWY Tou avBpwnou frav 48. MNMoAl ouviopa, GPWC, HETA TNV €10AYWYN TNG
npocOnknc undtovou S1aAUPATOC, KABOPIOTNKE 0 0WOTHC APIOUOC TWV XPWHOOWHATWY 0€ 46.
EmnAéov, n xpAon KaOAIEPYEIOV KUTTApwV NEPIPEPIKOU aipato¢ anAouoteuce noAu tn diadikaoia
NC CUANOYNC TwV B1aIpoUPeEVWY KUTTAPWV Yia avdiuon. To 1959 neplypdpnke n npwin avlpwnivn
XPWHOOWHIKA avwpaAia, n tpicwpia 21, nou eival uneubuvn yia 1o olvdopopo Down.

‘Evag apiBpog 10IK®Y TEXVIKWOV XPWONG XPNOIHOTTOIOUVTAI YIO TNV GTTOKGALYN
NG AerTAG SopAg TV XpwHoowpdTwv. H @Bopilovoa XpwoTIKA KIVAKPIVN TTapdyel
€va TTPOTLTIO PWTEIVAOV KAl OKOTEIV®Y {wv@dv Tou fondd& oTnv TAUTOTTOMON TWV
XpwHoowpaTwV (Eikéva 6.7). O1 idi1eg {dveg paivovTal Kol HETG ATT6 KATEPYORTTO TWV
XPWHOOWHATWY (OLVABWS pe To Eviupo Bpupivn) xpwon pe Giemsa (Eikéva 6.8). Me
TNV TEXVIKA QUTH ATTOPEVYETAI N AVAYKI YIO HIKPOOKOTTIO (pBOPICHOD.

MNeplehtypévog
XPWHOOWMIKOG
Bpaxiovag

MpwTeivikdg okeAeTOQ

Bpd6xog xpwpativig

@

Totax eivau Tar kKOpLa Sopikd
XAPAKTHPLOTIKA TWV
XPWUOCWURTWV;

Eikova 6.5 e Bpodxol xpwuativng
npocbévovtal o€ €va NPWIEIVIKO
IKpiwpa, yla va dnuioupyrnoouv 1o
€€aIPETIKA TUUNUKVWUEVO UITWTIKO
XPwpOCowWHA.
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