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Mruyiakn epyaaia Tou @oitnTA KoTpwTolou ZwTApiou

lIpéAoyoc

Eivalr aAqBeia o611 Katd Tn ouyypagr MIoG epyaciag o TTPOAOYOG ATTOTEAE TO
MOvVadIKO KOPUATI OTO OTTOI0 O OUYYPAPEAG £XEI TNV EUXEPEIA TNG XPAONG TOU TTPWTOU
EVIKOU TTPOOWTTOU. APATTOMAI AOITTOV TNG EUKAIPIOG VA ATTEUBUVOW OTOUG aVAYVWOTEG
QUTAG TNG TITUXIOKAG ME TOV iBI0 akpIBWw TPOTTO TTou Ba atreubuvOououv 0€ auToUG O€

Mia (wvTavh avapeTagu pag oulntnon.

MNa tnv amotrepdtwon Twv otroudwyv pou oto A.T.E.l. Tn¢ ©cooalovikng, ATav
atmmapaitnTn N avaAnyn evog BEUATOG TITUXIOKNAG epyaciag. EmBupouoa va avaAdBw
éva Bépa texwploTo. ‘Eva Béua 1o otroio dev akouydTav OTIG CUCNTAOEIC AvAPECT
OTOUG QOITNTEG TOU TUAMUATOG Pou. MioTelw akpadavta OTI N ETTOXN 0TNV OTToia (OUME
atroTeAei TNV €TTOXN TNG 10€aG. 'ETOI, HETA aTTd WpPIUN OKEWYN Kal €pguva, atToPAcioa
Va ETTIXEIPAOW TNV EKTTOVNON MIAG TITUXIOKAG €pyaciag To BEua Tng oTroiag Ba ayyile
éva  onuUavTikG  KOUMATI  €vOg  TeEPAOTIOU  TTpAydaTikG  KAGdou, autou Tng
BiomrAnpogopikng. OTTwg Ba doupe kal Katd mn dIAPKEIA TNG avAayvwaong TNG Epyaciag,
n BiomAnpo@opik e€ivar €vag auTOvoPoG  OIETTIOTNUOVIKOG KAGDOG TIou  €XEl
onuioupynBei pe TN OUMTTPAEN TTOAAWV UTTAPXOUCWV ETTIOTNUWY. To €TmiTedo
QVATITUENG TNG €ival apKeTA uwnAd kai autd @aivetalr atmd Tnv idpuon dlaPopwv
ETTIOTNUOVIKWY TTEPIODIKWY, TN dlEgaywyrn ouvedpiwv KaBw¢ Kal Tn AsIToupyia
€CEIBIKEUPEVWV TTPOYPANPATWY OTTOUdWYV 0€ OIAPOPa TTAVETTIOTHMIA ava TOV KOGUO.
Epeic Ba oulntiooupe €va ammd 1a TOAAG Bépata TTou Biyel n BiomrAnpogopikh. H
OUYKEKPIPEVN epyacia TTpaydaTeEvETal TN XPHon Tng BioTmAnpo@opikng otnv
aAAnAouxion Tou yeveTikoU UAIKOU Tou avBpwTtou (DNA Sequencing). Mg Tnv
oAoKANpwaon Tou TIpoypduuaTtoSs aAAnAouxiong oOAGkAnpou Tou avBpwTTivou
YOVISIWHPATOG «EEKAEIBWONKAVY YVWOEIC Ol OTTOIEC £€XOUV OUVEICPEPEI Ta HAAa OTnV

Katavonon TNG AEITOuUpyiag Tou opyaviouou Tou avBpwTTou.

MoTtedw OTI N OuyKekpiuévn TITUXIOKN Ba BonBrioel Tov avayvwaoTn va
QATTOKOMIOEI XPNOIUEG TTANPOPOpPIEC TOOO YIa TO YEVETIKO UAIKO (TOU avBpwTrou) 6C0o

Kail yia TIC SuvaTOTNTEG, UTTOAOYICTIKEC KQI N, TTOU TTPOKUTITOUV OTT QUTO.
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MruxiokA epyacia Tou @oITnTA KOTpWwTolou ZwTrhipiou

lMepiAnywn

H aAAnAouxion Tou avOpwTtTivou VYEVETIKOU UAIKOU OTToTEAEl éva ammd T
ONUAvTIKOTEPA €TMITEUYUATA TNG ouyxpovng Mopiakng BioAoyiag. Méoa atmd 1n
dladikaoia auT) 0 AvBpwTTOG £XEl TNV EUKAIPIA va avAKAAUWElN TN YovIOIOK TOU
TAUTOTNTA APOU TO VYEVETIKO UAIKO €ival UTTEUBUVO yia Tn PETAQPOPA TNG YEVETIKAG
TTAnpo@opiag. O poAog Tng BioTTAnpo@opikrng oTnv aAAnAoUXIon TOU YEVETIKOU UAIKOU,
OAAG Kal YEVIKOTEPQ OTNV £peuva TwV BIOAGYWV, €ival aTTapaitTnTog TTAEOV aPOU XWPIg
TIG duvaTOTNTEG TTOU TTAPEXE! (BIOAOYIKES BAaelg dedopévwy, alydpiBuol avalnitnong n
eubuypdapuiong, YEBODOI EVTOTTIONOU OPOIOTATWY K.A.) Ba ATav aduvarn n dlaxeipion

€VOG TOOO PeyAAoU Oykou BIOAOYIKWY TTANPOPOPIWV.
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Abstract

Human DNA sequencing is one of the major achievements of modern
Molecular Biology. Through this process, man has the opportunity to discover his
genetic identity, since the DNA is responsible for transferring the genetic information.
The role of Bioinformatics in the human DNA sequencing - and in biologists’ research
in general - is really necessary because without its potential (biological databases,
search and alignment algorithms, similarity detection methods, etc.) it would be

impossible for scientists to manage the huge amount of biological data.
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Eicaywyn

2KOTTOG TNG TITUXIOKNG €pyaciag €ival n yvwplidia he éva vEO, AVEPYXOMEVO,
QIETTIOTAPOVIKO TOUEQ, AUTOV TNG BIOTTANPOPOPIKAG. MEAETAUE ONPAVTIKA OTOIXEIO TOU
BioAoyikou kAGdou e&eidikeuovrag aTtn diadikaoia TnG aAANAOUXIONG TOU YEVETIKOU
UAIKoU Tou avBpwtrou (Human DNA Sequencing). H TAnpo@opik aTToTeAEi
avaTTOOTTIO0TO KOUUATI TNG BloTTANpo@opIKAG apou avaAauBdvel va avalnThoel, va
OUAAECEl Kal va avaAuoel oToixeia Ta otroia uttdpyxouv o€ PBloloyikég Baoeig
Oedopévwy.  Egeidikeupévol  aAyopiBuor  avolaufBdvouv  va  guBuypaupioouv
aAAnAouyxieg (4 aAAIwG okoOAouBieg) yeveTIKOU UANIKOU €EAyoviag OupTTEPACHUATA
OXETIKA WE TN doun Kal Tn AgiIToupyia Tou YEVETIKOU UAIKOU KOl KOT ETTEKTOON €VOG

OAGKANpou yovidiou.

210 1° Ke@AAalo Oa PEAETAOOUPE OTOIXEID OXETIKA WE TNV EMOTAPN TNG
BiomrAnpo@opikn¢ (opiopoug, TTpoéAsuon K.4.). Méoa atmd pia I0TOPIKT avadpopr Ba

doupe avakaAUWYEIG o1 OTToiEg 0drynoav polpaia oTn dnuioupyia TNG ETTICTAKNG AUTHG.

270 2° KE@PAAQIO Oa PEAETAOOUPE OTOIXEID OXETIKA WE TNV EMOTAPN TNG
BioAoyiag. ©@a aoxoAnBouue pe TNV avakaAuwn, Tn OOMN Kal TRV Opyavwaon Tou
YEVETIKOU UAIKOU @TAVOVTOG OTa XPWHOOWHMATA (KapulTUTTOG) TOou aTépou. H
avtiypa®r Tou DNA kabwg Kal n €KQpacn TNG YEVETIKAG TTANpo@opiag (MECw TNG
METAYPA®NAG, TOU YEVETIKOU KWOIKA KAl TNG METAPPAONG) €ival TTOAU ONPAVTIKEG yIa VO
KATOVONOOUUE TN AEITOUPYiQ TOU YEVETIKOU UAIKOU OTOV avOpwTTivo opyaviouo. TEAOG,

Ba ava@epBoUpPe OTN CNPAVTIKOTNTA TNG YOVIBIAKAS pUBIONG.

To 3° ke@dAaio TTpayparteveTal T dladikaoia TG aAAnAouxIong Tou YEVETIKOU
UAIKOU Tou avBpwTrou. Méoa atrd Tnv aAAnAouxion oAGkAnpou Tou yovidiwuatog Ba
odnynBouue oTnv aAAnAouxion Tou VYeEVETIKOU UAIKoU. Me Tn duvardétnta Tng
atmoBnikeuong Twv aAANAOUXIWY 0€ NAEKTPOVIKO UTTOAOYIOTA JEOW TNG TTANPOQPOPIKNG,
MTTOpOUPE va PeEAeETAOOUME TIG DIAPOpPES HEBOGOOUG TTOU XPNOIPOTToIoUVTal Yyia TnV
eubuypdpuion duo 1 TepiIoadTEPpWY aAAnAouxiwyv. Oa eeTdooupe alyopiBuoug ol

OTTOIOI XPNOIYOTTOIOUVTAI VIO OAIKH ] TOTTIKN oToiXIon. YTTApXEl £TTiong avag@opd oTIg
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epapuoyég Tou DNA sequencing péoa atro 1a d1agopa TTapadeiyuara TTou oXETiCovTal
ME YOVIOIOKEG | XPWHUOOWHMIKEG METOANACEIG. TO KEQAAQIO KAEivEl YE TN MEAETN TNG

duvaToTNTAG TOU TTPOYEVVNTIKOU EAEYXOU.

210 4° KkepdAaio Ba avapepBoUue OTIC VOUKAEOTIOIKEG PAoelg OedOPEVWV.
MapaBEToupe TIGC KUPIEG VOUKAEOTIOIKEG Bdoelg dedopévwv avé Tov KOOHUO VW
TTOPAAANAQ PEAETANE TOUG KUpIoug aAyopiBuoug avalnmnong Kal eubuypduuiong

aAAnAouxiwy oTIG BACEIG QUTEG.

210 5° KkepdAaio Ba uTTGpEouv KATTolol TTPOPRANUATIONOI OXETIKA ME TIG

duvaTOTNTEG TTOU TTAPEXEI N ETTIOTAKN TNG BIOTTANPOQOPIKAG.
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KepaAaio 1°: H smiotnun tng
BiomAnpo@opikn¢

1.1 Eicaywyn orn BiomrAnpo@opikn

H paydaia avaTrTuén TTou TTapaTtnpEitTal oTov ETTIOTNUOVIKO XWPOo dnuioupynoe
TNV QvAyKn «OUVEPYACIOG» ETTIOTNUWY TTOU OIETTOVTAI OTTO OIOQPOPETIKA AVTIKEIPEVA.
21NV TTapouca KatdoTtaon cival OUOKOAO va UIAACEl KAVEIG yIa QUTOTEAN ETTICTAWN.
Mapdadelypa NG ouvepyaoiag, A aAMIWG TNG BIETTIOTNPOVIKOTNTAG, TTOU ava@EPOnKe
atroTeAei Kal n €moTAUN TNG PIOTTANPOoPopPIKNAG. O KAAdOG auTdg €ival £€vag atrd Toug
TTAEOV QVOTITUOOONEVOUG KAABOUG O€ TTayKOOWIO TTiTred0. H BIOTTANPOQYOPIKA, YE HIa
ammAf poTIG@ oTa OUVOETIKA TNG AEENG, QTTOTEAEI TN Cuvévwon Twv ETMIOTAPWY TNG
BioAoyiag kal TNG TTANPOQOPIKNAG. 10 CUYKEKPIPMEVA, ATTOTEAEI évav ETTIOTAPOVIKO
KAGDO 0 OTT0I0G €AKEI TNV KATAYWYI TOU aT1TO TN hoplakr) BioAoyia kail 1Idiaitepa atrd T
MEAETN TwV BloAoyikwyv aAAnAouxiwy kal dopwv (61mws 10 DNA Sequencing). Opwg, n
QIETTIOTAPOVIKOTNTA TNG PIOTTANPOPOPIKNG deV TEAEIWVEI eKEI. EAV Kaveig €TTEKTEIVEI TN
MEAETN TOU OTO OUYKEKPIMEVO KAADO, Ba KaTaAdBel OTI O OBIETTIOTAPOVIKOG AUTOG
KAGOOG €ival QaTTOTEAEOUA TTEPICOOTEPWY QTGO OUO €mMOTNMOVIKWY  TTediwv. H
BioTTAnpogopIkry cuvduddlel TNV ETTIOTAMN TWV UTTOAOYIOTWVY (aAyOpPIBUOI, PNXAVIKA
MAOnon K.4.), TN OTATIOTIKA, TA PHABNUATIKA KAl TN PNXAVIKh (engineering) pe oTdX0

TNV avAdAuon Kal TNV eppnveia BioAoyikwy 0edouEVWV.

ASGyw TnNG OIETTIOTNUOVIKOTNTAG TToU OIETTEl TN BIOTTANPOPOPIKH, UTTAPXOUV
TTOAEG KOl QVTIKPOUOMEVEG OTTOWEIG OXETIKA HE TOV OPICHO OANG KAl TO
EMOTNPOAOYIKO TNG KaBeoTwe. Mia drrown Aéel 611 n BIOTTANPOPOPIKA ATTOTEAEI ATTAWG
TNV €QAPUOYH KATTOIWV TEXVOAOYIWV O€ BIOAOYIKG TTpoBAAMaTA. YTTAPXEl Kal pia AAAN
TTPOCEyyIon N oTroia uTTooTNPICEl OTI N BIOTTANPOPOPIKA Eival PIa EEXWPIOTH ETTIOTAUN,
n otroia val JYev €Qapuolel UTTOAOYIOTIKA Kal PJaBnuaTikG epyaAcia o€ TTpofAruata
BioAoyikAG @UOEwWG, aANG KAvel Kal KATI TTOPATTAVW: TIPOoTTaBel va TTapdyel
YEVIKOTEPOUG VOUOUG TTou BIETToUV autd Ta PBioAoyikd cuoTApaTa. NoAAEG pOopEG, N

BioTTAnpo@opIkn KaAeiTal kal uttoAoyIoTIKA BioAoyia (computational biology) 81611 yia

8 a6 73



Mruyiakn epyaaia Tou @oitnTA KoTpwTolou ZwTApiou

TTOAMOUG auTég o1 duo €vvoleg eival adiakpiteg. lMap’ OAa autd, évag Aoyikdg
QIOXWPICHOG TTOU TTPOKUTTTEN €ival OTI 0 6POG BIOTTANPOYOPIKI AVAPEPETAI OTN XPAON
aAyOpPiBUWY Kal UTTOAOYIOTIKWV TEXVIKWY HE OKOTIO TNV atmravinon BIoAoyiKwyY
epwTNUATwy (Tr.X. avalAtnon uiag akoAouBiag oe pia PAaon OedouEVWY, XEIPIOPOG
MeydAou dykou akoAouBIwv KATT.), vy 0 6poG UTTOAOYIOTIKH BloAoyia ava@épeTal oTa
BewpnTIKA aTTOTEAéOPOTA OTA OTTOIO OTNPICETAl KAVEIG yid va avatTugel évav

aAy6piBuo A évav yeviko vouo. Ag douue OUwG PEPIKOUG OPICHOUG:
To NCBI divel Tov TTapaKATw OpPIoHO:

(http://www.ncbi.nlm.nih.gov/Class/MLACourse/Modules/MolBioReview/bioinformatics
.html)

«Bioinformatics is the field of science in which biology, computer science, and
information technology merge into a single discipline. The ultimate goal of the field is
to enable the discovery of new biological insights as well as to create a global
perspective from which unifying principles in biology can be discerned. There are
three important sub-disciplines within bioinformatics: the development of new
algorithms and statistics with which to access relationships among members or large
data sets; the analysis and interpretation of various types of data including nucleotide
and amino acid sequences, protein domains, and protein structure; the development
and implementations of tools that enable efficient access and management of
different types of information»

YTdpxel €mmiong Kol O QvTioToIX0G OpPICPOG Tou Luscombe (Luscombe,
Greenbaum, & Gerstein, 2001):

«Bioinformatics is conceptualizing biology in terms of macromolecules (in the
sense of physical-chemistry) and then applying “informatics” techniques (derived from
disciplines such as applied maths, computer science, and statistics) to understand

and organize the information associated with these molecules, on a large scale»
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O1rwg kail autdg Tou Fredj Tekaia:

«The mathematical, statistical and computing methods that aim to solve

biological problems using DNA and amino acid sequences and related information»

Na va ptrop€éooupe va avriAn@Bouue 10 pPEYEBOG TNG E€MOTAUNG TNG
BIOTTANPOQOPIKNG Ba TIPETTEl va TNV PEAETAOOUME ATTO TA APXIKA TnG OTAdIa. H
I0TOPIKA avadpoun TTou akoAouBei Ba pag Bonbrioel va kataAdBoupe akoua KaAuTepa

1600 TO PéEyeBOg 60O Kal TN SIETTIOTAPOVIKOTATA TOU TOUEA TNG BIOTTANPOPOPIKAG.

1.2 loTopikn Avadpoun

MNa va avixveUOOUNE TIG ATTapXEG TNG oUyXPOvVNG UTTOAOYIOTIKAG PBioAoyiag Ba
TTPETTEl VA AVATPECOUUE OTIG ATTAPXEG TG id1ag TG ouyxpovng BloAoyiag Tou 1950 kai
1960. O1 TTpwTEeG EVOEICEIC YIA KATTOIA HOPPr WNPIAKNS TTANPOQOPIag oTIG PBIOAOYIKES
akoAouBieg TTnyddouv atrd Ta TrEIpdpaTa Tou ekTéAece o Chargaff Ta otroia £deifav OTI
T0 TT0000TO adevivng eival 1O D10 pe TO TTOOOOTO TNG Bupivng Kal TO TTO000TO
youavivng €ival To i00 YE TO TTOOOOTO TNG KUTOTiVNG o€ KABE pudpio DNA. ApydTtepa, Ta
TTEIpAPaTa auTd Xpnoiyotroienkav armo Toug Watson kai Crick yia va TTpoodlopicouv
TNV TPIOOIGCTATN BOUNA TOU YEVETIKOU UAIKOU (DNA) O0TO XWpo n oTroia Toug £0wae€ Kal
170 NoptreA. TMNa autd Toug TO €mmiTeuyua, oi Watson kai Crick xpnoiyotroincav
oedopéva Tou Wilkins, o otroiog Bpafeutnke padi Toug, kabwg kal TG Franklin, n
OTTOIa OUWG €ixe TTEBAVEI OTO €vOIAUECO. AKOAOUBNOAV Ol TTPWTOTTOPIOKES YI TNV
ETTOXN TOUG MEAETEG Twv Jacob kai Monod OxeTIKA Pe Tn yovidlak puBuion (10
oTTEPOVIO TNG AaKTALNG) 01 oTroieg éAafav xwpa Tn dekaeTia Tou 1960. Ooov agopd TIg
TTpwTEiveEG, TTpoadiopioTnKav o1 TIPWTEG TPIodIGoTaTeEG OOMEC  (IVOOUAIVN  Kal
MuoyAoivn) atmmd Toug Perutz kair Kendrew o1 otroiol Bpapeutnkav €1miong ue NOUTTEA
70 1962. Akoloubei pia ocipd avarmapdotaong TTAPOUOIWY CNUAVTIKWY OOHWV
(AuooCupn, Tarraivn, PIBOVOUKAEAON K.0.K.) Ol OTTOiEG avoiyouv TO OPOPOo yia Tn
MEAETN TNG AciIToupyiag Kal TNG OOPNG TWV TTPWTEIVWYV O€ ATOMIKO ETTiTTEd0. H gUpeon
TNG TTPWTOTAYOUS OOMNG TWV TTPWTEIVWV £YIVE TO 1951 evw 16 Xpovia PETA PPEONKE N

TTpwToTayng dou Tou RNA. livetal AoItév oa@ég 0Tl TTOAAG atrd Ta TTpoBAAuaTa e
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MruxiokA epyacia Tou @oITnTA KOTpWwTolou ZwTrhipiou

Ta OTToia ACXOAEiTal N BIOTTANPOPOPIKA TTPOEPXOVTal OTTO TNV €KPNEN avVAKAAUWEWVY

TTOU TTpayuatoTroinenkav n dekasTia Tou 1960 oTov TOPEQ TNG MOPIAKNAG BIOAOYIOG.

Tnv idla xpovikry 1Tepiodo, dnAadn TG dekaeTtieg 1950 kai 1960, cixape TNV
EM@Avion TTOAAWV BePeAIWdWY OTOoIXEIWV TNG oUYXPOVNS TTANPOPOPIKAG OTTWG ival N
Bewpia TNG TTANPoYopiag Tou Shannon, n unxavr Tou Turing, N Bswpia Twv TTAIYViWY
Tou von Neumann, n UEAETN Twv cupBoAloceipwy, n Bewpia Twv CUCTAPATWY K.d.
MapAdAANAQ, QTTOKPUTITOYPAQPNONKE O YEVETIKOG KWOIKAG O OTI0I0G ATTETEAECE €va
TTOAU onuavTIKO BAPA oTnv €¢ENIEN OAWV Twv PBIOETTIOTNUWY AQOU E£YIVE QVTIKEIPMEVO
EVTOVNG BewpNTIKNAG KAl UTTOAOYIOTIKAG £TTeCEpyaTiag. Tnv idia etToxn EAape xwpa Kai
N TTPWTN TTPOCTTABEIa XPAoNG PIOAOYIKWY OAANAOUXIWY YIa ECENIKTIKEG MEAETEG ATTO
Toug Zuckerkandl kai Pauling. Or idleg aAAnAouxieg xpnoipoTroinénkav kKal yia tnv

KATOOKEUN QUAOYEVETIKWV OEvOpwV atrd Toug Fitch kalr Margoliash.
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Eikova 1.1: AvakaAUyeis OXeTIKES ME TN BIOTTANPOQYOPIKA UEXPI Kal TO TEAOS TNG deKasTiac Tou
1960.

Me OAa T1a mapatrdvw avTIAauBAaveTal Kaveic To Adyo TTOU Ol TTPWTEG

TTPOCTIAOEIEG  UTTOAOYIOTIKAG QVTIMETWTTIONG  TTPORANUATWY  PBIOAOYIKAG  QUOEWG
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Mruyiakn epyaaia Tou @oitnTA KoTpwTolou ZwTApiou

eMpavioTnkav Tn dekacTia Tou 1960 0dnywvTag OfUEPA OTOUG OPOUG UTTOAOYIOTIKN
BioAoyia kai BIOTTANPOPOPIKH.

Tn dekaeTia Tou akoAouBnoe, N €peuva OUVEXIOTNKE PE AUEAVOUEVO PUBUO.
Tnv mepiodo autr ékave TNV ePPAVIOH Tou 0 aAyopiBuog Tou Fitch yia Tn @eIdwAn
AVOKATAOKEUN QUAOYEVETIKWYV OEVOpWY HE TN XpPAon PBloAoyikwyv aAAnAouxiwyv
(MEBODBOG TNG MEYIOTNG @EIdWASTNTAG). ETTioNg, PE TNV ATTOKPUTITOYPAPNON TOU
YEVETIKOU KWOIKA €ixe TTAEOV dlaAsukavOei o pohog Tou RNA oTn peTaypa@r Kai tn
METAQpPAON, YEYOVOG TTou 0d0nynoe oTn OIaTUTTWON TOU KEVTPIKOU OOYUATOS TNG
BioAoyiag atd Tov Crick To 1970. Tnv idla xpovikA TTEPIod0 Eu@AVIoTNKAV 01 TTPWTES
peBodoAoyieg aAAnAoUXIoONG VOUKAEIKWY o&éwv atrd Toug Sanger kal Maxam-Gilbert
ol oTToieg €dwoav wenaon oTn YEAETN TWV YOVIDIWHPATWY AVOiyovTag TO OPOUO YIa TIG

oUyxpOoVveS PeBBOOUG aAAnAouxiong.
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Eikéva 1.2: AvakaAUweiS OXETIKES ME TN BIOTTANPOPOPIKN MEXP! KAl TO TEAOS TNG OEKAETIAS TOU
1970.

Mia a1rd TIG TTIO ONUAVTIKEG AAYOPIBUIKEG OUVEICQOPES OTN BIOTTANPOYOPIKN

TToUu éAapav xwpa Tn dekaetia Tou 1970, ATav N euPavion Twv aAyopiBuwv duvauikou
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Mruyiakn epyaaia Tou @oitnTA KoTpwTolou ZwTApiou

TTPOYPAUMATIONOU Yia Tn oToixIon BioAoyikwyv aAAnAouxiwv (Kupiwg TTpwreivwyv). O
TTPWTOG aAYOpIOPog TTapouciacTnke To 1970 ammd toug Needleman kar Wunsch kai
ATav aAyopiBuog yia oAIkry oToixion BioAoyikwv aAAnAouxiwv. To 1970 ékave eTTiong
TNV €EMEAVICH Tou To diIdypaupa onueiwy (dot-plot f; dot matrix) evi akoAouBnoav Kai
GAAeg TTpoOoEyyioelg oTn peBodoAoyia Kal Ta OTATIOTIKA TNG oToiXiong. Mpog 10 TéAOG
TNG OEKAETIOG EP@AvIOTNKAV Kal O TTPpWTEG BAoelg PioAoyikwy dedopévwyv. H PHB
eMoaviotnke 10 1972 evw n Dayhoff tmapouciace 10 1978 TnVv TTpWTN OUAAOYA
TIPWTEIVIKWY AAANAOUXIWYV 01 OTTOIEG NTAV YVWOTEG eKEiva Ta Xpovia. TEAog, Ekavav
TNV E€UQAVIOT TOUG Kal Ta TrpwTa Trpoypdupata H/Y yia atmmAég avaAuoeig o€
BioAoyikEG aAAnAouxieg (peTdepaon pIag KwOIKAG aAAnAouxiag, supeon TTPOTUTTWV

K.4.).

H Oekaetia ToUu 1980 nArav n Oekaetia oTtnv otmoia 1O T1edio NG
BioTTAnpo@opIknG TTAPE TTAEOV pia EekABapn Pop@r), oav €vag EeXwPIoTOG KAGdOG
Bétovrag Ta OIKG Tou TTPORANAPATA Kal TTapoucidloviag Ta SIKA Tou EmMTEUYUATA.
ZEKIVOUV Ol OXETIKEG PE TO QVTIKEIUEVO ONPOCIEVOEIG OTA UWNAOU KUPOUG PBIOAOYIKA
epIodIKA (Nature, Nucleic Acid Research, Science) evw TTapdAAnAa gpgaviovral Ta
TpwTa e€e1dIkeupéva TTePIOdIKA (Computer Applications in Biosciences). duoikd, dev
TTPETTEl va EEXVAUE OTI TNV ETTOXN QUTA €iXe apxioel va yiveralr diadedouévn n xprRon
UTTOAOYIOTIKWY CUCTAMATWY (JE TTAPAAANAN avamTuén hardware kai software) pe

atroTEAEOUA TTOAAEG AVAKOAUWEIG va TTWPEANBOUV aTTd TNV TTPO0d0 AUTH).

2710 TTEdio TNG AVAAUONG OAANAOUXIWY JOAKPOUOPIWY, N MEAETN TwV aAyopiBUwWV
oToiXIoNG KABWG Kal TWV QTTOTEAECHATIKWY UAOTTOINCEWY TOUG OUVEXIOTNKE ME
eviaTikd puBud. ‘Etol, to 1981 €xoupe tTnv avakdAuwn Tou aAyopiBuou TOTTIKAG
oToixiong atd Toug Smith kar Waterman. Tnyv idia 1Tepiodo TTapoucidfovTal Ol TTPWTEG
ATTOTEAEOUATIKEG UAOTTOIRCEIG VIO YPHyopn OTOIXIoN Kal avadrtnon opoldtnTag o€ pia
Baon Oedopévwy (FASTA). TMapdAAnAa €yivav oI TTPWTEG €TTECEPYATieG TNG
TTOAATIARG oToiXIong o€ BewpnTikG eTTiTTedO, E€MVONONKE N IEPAPXIKY TTOAAATTAN
oToixion Kal TrapoucidaoTnke To CLUSTAL. Ekeivn Tnv TTEPiodo €TTivoriOnkav Kai Ta
TTPo@iA aAAnAouxiwv (sequence profiles) Ta oTroia xpnoiyoTroIRONKav yia TN YEAETN

TIPWTEIVIKWY  OIKOYEVEIWV. Ta TPOPIA  autd e@apudoTnkav o€ TTAnBwpa
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Mruyiakn epyaaia Tou @oitnTA KoTpwTolou ZwTApiou

TTOPABEIVUATWY ME EVIUTTWOIAKA OTTOTEAECHATA KOl XPNOIUOTIOIOUVTAl WEXP! Kal

onuepa. AkKoun, eggavidovral Ta TTPpWTA BIBAIQ OXETIKA YE TNV UTTOAOYIOTIKI avAAuon

aAAnAouxIwv.
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Eikova 1.3: AvakaAUweiS OoxeTIKES uE TN BIOTTANPOQYOPIKA UEXP! Kal TO TEAOS TNG dskasriac Tou
1980.

Tnv idla groxn, N mPoéodog oTig ueBddoug aAAnAouxiong Tou DNA, n egeavion
TN PCR, kaBwg kai n ouvexng PeAtiwon OTIC TEXVIKEG TTPOCdIOPICUOU TNG
TpI08IA0TATNG OOMNG TWV PAKPOMOPIWY, gixav oav atroTéAeoua Tn paydaia avuénon
Tou Oykou Twv dedouévwyv TTpog emreéepyacoia. ‘ETol, ATav avaykaia n dnuioupyia
MEYOAUTEPWY KaI TTIO OPYOVWHEVWY  BloAoyikwy Bdoewv Oedouévwyv. To 1986
EMQavVIOTNKAV OTO TTPOCKAVIO OI OUO TTIO YVWOTEC PEXPI onuepa Bdoelg dedopévv
VOUKAe0TIOIKWV aAAnAouxiwv (GenBank kai EMBL Data Library), evi éva xpovo ueTd
egoaviotnke n  Bdon OedopEvVWY  TwV  TTPWTEIVIKWY aAAnAouxiwv  SwissProt.
MapdAAnAa €yivav TTpooTTdBeleg yia dnuioupyia SIKTUWV PE OKOTTO TNV OIEUKOAUVON
TNG UTTOAOYIOTIKAG €peuvag oTnv  Piodoyia (EMBnet kai  BIONET), evw
TTAPOUCIACTNKAV KOl Ol TIPWTOI KATAAOYOI JE OXETIKO AoyIouIKG (LIMB).
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MruxiokA epyacia Tou @oITnTA KOTpWwTolou ZwTrhipiou

Tnv idla xpovik TTEPiodo TTPOTABNKE O aAyOpIBpog Tou Fenselstein yia Tnv
EKTIUNOTN QUAOYEVETIKWY OEVOPWY PECW TNG MEYIOTNG TTIBAVOPAVEIOG, aVAKAAUWN TTOU
€dwoe peydAn wbnon oT1o ouykekpiyévo TTedio. MapdAAnAa, TTaparnpeital peyaAn
TTPO0BOG OTNV EEENIKTIKI) MEAETN TWV YOVISIWPATWY KABWS TTPAYUOTOTTOIEITAI N MEAETN
TWV QUAOYEVETIKWV OEIKTWV, OTTwG TO rRNA, aAAd Kal n €CeNIKTIKA 10TOpIO TWV

E0WVIWY, TWV EEWVIWV Kal TNG CUPPAPNAG.

21n oekaeTia TToU akoAouBnoe (1990), n £épeuva OTOV TOPED TNG UTTOAOYIOTIKNG
BioAoyiag TTpayHaTIKA eKTIVAXONKE. ZNuddl auTAG TNG OEKAETIOG QTTETEAECE £TTIONG N
€EATTAWON TOU TTAYKOOMiOU 10TOU Kal Tou O1adikTuou KaBw¢ Kal n eEATTAWON TWV
TTpoowTtTikwY H/Y. MapdAAnAa, o 6pog BIOTTANPOQOPIKN apxifel va XPnoIYOTTIoIEITAl
EUPEWG ATTO TNV ETTICTNUOVIKI] KOIVOTNTA, EVW TO TTIO YVWOTO TTEPIODIKO OTO XWPO, TO
«Computer Applications in the Biosciences» (CABIOS), aAAael ovopa 10 1995 Kai

avayvwpiletal TTAéov w¢ «Bioinformaticsy.
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Eikéva 1.4: AvakaAOweis OXETIKES ME TN BIOTTANPOPOPIKA MEXPI KAl TO TEAOC TNG OEKAETIAS TOU
1990.
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Mruyiakn epyaaia Tou @oitnTA KoTpwTolou ZwTApiou

To BLAST (Basic Local Alignment Search Tool) atmmeTéAeoe TNV TTI0 ONPAVTIKE
avakdAuyn oTtov Topéa Tng OToiXiIong aAAnAouxiwv. H dnuocicucr TOU
TTpaypaTtotroidnke 10 1990 amod emoTriuoveg Tou NCBI. To BLAST «1ratnoe» mmavw
OTIG aVAKAAUWEIG OXETIKA UE TN OTATIOTIKA KATAVOUA TOU OKOP (Score) TnG TOTTIKAG
oTtoixiong (1o Bswpnua Karlin-Altschul) cupBdAAovTag KaBopIoTIKA OTOV TPOTTO TTOU
Ba diecaydTav mAéov 1600 N avalnTnon ouoldTNTAG 0 BACEIC DEDOUEVWY OCO Kal N
oToixion, KaBwg ATav TaxUTePo atmd KABe AGAAO aAyOpIOUO ETTITPETTOVTOG TAXEIES
avalntnoelg, evw TTApAAANAa €D0IvE KAl PIA EKTIUNON YIQ TN OTATIOTIKA ONUAVTIKOTNTA
Twv oToixicewv. H 1TpwTtn ToUu €Kdoon Oev TTEPIEAGUPAVE OTOIXIOEIG UE KEVA OfE
avtieon pe TN OeUTEPN N oTToid METAEU AAAwvV  TTEPIEAGUPBAVE Kal ETTITTAéOV
TapaAAayég OTTwg auth) Tou PSI-BLAST. ‘Etol, 1a TTPOypAUMATa  TTOAAATTANG
oToiXIoNG aAAnAouxiwyv £kavav dUVAUIKN eUPAvIon PE EKOOOEIS yIa PAdIKn XpHon o€

H/Y akdépa kai yia TapaBupikd mepIBAAAovTa.

Tnv idia XpoviKn TTEPIOd0 EKTEAECTNKAV OI TTPWTESG ETTITUXNUEVES TTPOCTTADEIEC
aAANAOUXIONG OAOKANPWY YOVISIWUATWY, OTNV apxXf PBOKTNPiwv Kal OTn OUVEXEIX
EUKOPUWTIKWY OpYyavIoOUWYV, Ol OTroieg Avolifav VEOoug OpIiCOVTEG OTN CUYKPITIKNA
YOVISIWMATIKA ATTOTEAWVTAG €VAUCUA YIa TNV AVATITUEN TWV TTPWTWYV aAyopibuwv
eupeong yovidiwv (gene finders). Epgaviovtal eTiong o1 pikpoouaoTolixiegc DNA yia Tn
METPNON TNG YOVIOIOKNG €KPpaong, TeXVoAoyia TTou e€ixe HeydAn eTTidpacn oTn

BrooTaTioTIKA, TN BIOTTANPOYOPIKN KABWG KAl TNV IATPIKI TTANPOPOPIKH.

O1 €€eAiCeic otn BIoTTANpo@opIKr TTUPOdATNOAV TNV AVATITUEN VEWV BACEWV
O0edopévwy. Avaueod Toug Bpiokovtal BACEIC uE OOPIKES TAEIVOUNOEIG TWV TTPWTEIVIV
(6mmwg n SCOP kai n CATH), aAAd kal Baoceig pe Tagivounoelg mou Baacifovral o€
XOPAKTNPIOTIKG TTPOTUTTA (patterns) upiag akoAoubBiag (n PROSITE, n PFAM kai n
INTERPRO). EmmpooBétwg, 10 1992 16puctal otn MeydAn Bpetavia 10 EBI
(European Bioinformatics Institute), T0 peyaAUTEPO IVOTITOUTO BIOTTANPOPOPIKAG TG
Eupwting, 10 omoio atroteAei koivotrpagia Twv EMBL kai Welcome Trust. 210
IVOTITOUTO auTd OTeEyAoTnKavV O€ TTPWTn @don ol Bdoeig dedopévwv EMBL, EMBL-
Bank kai SwissProt-TrEMBL. Apyotepa dnuioupyrnbnkav €peuvnTIKEG OUAdES Ol

oTroie¢ ouvéBaAav ota dIAPopa YovISIWHATIKA TTPOYPAPMATA TNG ETTOXNAG, EVW Aiyo
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Mruyiakn epyaaia Tou @oitnTA KoTpwTolou ZwTApiou

apyotepa Aeitoupynoe kai n TrEMBL. To 1993 ¢ekivnoav Ta TTpwTta cuvédpia ISMB
Kal Aiya xpoévia apyodtepa 10pubnke n ISCB.

TéNOG, TN OekaeTia AUTH €Kave TNV eu@Avion TG pia peBodoloyia tmou Ba
ETMKPATOUOE TA ETTOPEVA XPOVIa oTnV avaluon Twv aAAnAouxiwy, To Hidden Markov
Model (HMM). To poviéAo autd TIapoucIdOTNKE META ATTO  €PYyAOieg TTou
TTpaypartotroincav ol Krogh, Eddy, kai Hughey kai epapudoTtnke 1000 OTIG HEBOGdOUG
TTPOYVWONG, 600 KAl OTn MOVTEAOTTIOINON TwV TTOAATTAWY OTOIXICEWV Kal OTnV

avalATnon JOKPIVWYV OPOIOTATWV.

MOAIG OTIC apxéG Tou 21°Y aiwva OCUVOVTAPE TO TIEPAG €VOG HeEYAAou,
TTAYKOOMIOU EYXEIPAMATOG TO OTTOIO €iXE EEKIVIOEI TTEPITTOU TNV TEAEUTAIQ DEKAETIA TOU
TTponyoulevou aiwva. To eyxeipnua autd dev gival GAAO atmd TV XapToypda@non
OAOKANpou Tou avBpwTtrivou yoviIdliwuatog. H TTpootrdbeia autr) XpnuaTodoTronke
amo TG Hvwpéveg TNoNiteieg TNG APEPIKAG ME TO TTO0O0 TWV 3 OICEKATOUMUPIWY
doAapiwv Kal gixe didpkela 15 xpovia tepittou (200 ekatoppupia doAdpia yia KAOe
€10G €peuvag). O €mOTNUOVIKOG OTOXOG ATAV N XapTtoypd@non Twv yovidiwv Tou
avBpwTtTou KaBwg Kal n aAAnAouxIon Tou YEVETIKOU Tou UAIKOU. H xaptoypdenon Ba
ATTOKAAUTITE TN B€0n Kal TNV amOoTO0N TWV TOTE YWWOTWV €KATO XIANIAdwV yovidiwv
TToU BpickovTav o€ KABe £va atrd Ta avBpwTiva KUTTapa. H aAAnAouxion 8a kabdpile
TN C€IPA TwV TEOOAPWYV BACEWV TwV VOUKAEoTIdIwV — TnNG adevivng (A), TnG Bupivng
(T), Tng youavivng (G) kai TG Kutooivng (C) — 1Tou ouvBETouv TO Poplo Tou DNA. To
TTPWTO KivnTpo TToU 0OAYNOE O QUTHV TNV TEPAOTIA €PeEuva ATAV QUTO TO OTTOIO
OnuIoUpynoe OAEC TIC BACIKEG ETTIOTAMEG, N AVAYKN TOu va yvwpifouue. To deUTEPO
KivnTpOo ATAV i0OWG aKOUN TTIO ONUAVTIKO, a@oUu ATTOTEAOUCE TOV TTPOCDIOPICHO TwV
TEOOAPWVY  XINIAdwV yoviIdiwv TTEPITTOU  yIO TA  OTTOIA  UTTAPXAV UTTOWIEG TTWG
Bewpouvtav utrelBuva yia dIAPoPeG KANPOVOUIKEG aoBéveleg. H épeuva auth Ba

TTpoeTOipade TO £€DaPOC Kai yia T Aeyopevn «yovidiakn Bepatreiay.

TeAIKA, OTTWG ATTOOEIKVUETAI ATTO TA ATTOTEAEOUATA TNG £PEUVAG, TO AVOPWTTIVO
DNA c¢ival og peydho Babud «axpnoto». Me Ttov 6po dxpnoTto evvooUue OTI TO
EVEVAVTA OKTW TOIG €KATO (98%) TOU YyeveTikoU UANIKOU Ogv KWOIKOTIOIEITAI O€

TTpwreiveg. To pIod amd 10 axpnoto DNA aTtroteAsital ammd emavalapBavoueveg
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aAAnAouxieg d1a@Opwv TUTTWYV, Ol TTEPIOCOOTEPEG ATTO TIG OTIOIEG €ival TTAPACITIKA
oToIXEia TTOU €X0UV KAnpovounBei atrd 1o HakpIvO EEAIKTIKO TTAPEABOV pag. MOAIG To
dUo TOIG £KaTO (2%) Tou DNA aTtroteAcital ammé aAAnAouxieg TTou KwdIKOTTOIOUVTAl O€
TTPWTEIVEG Kal AIToupyouv oav yovidla. ToO CUPTTEPACHA TTOU TTPOKUTITEN gival OTI N
ETTIOTNPOVIKA KOIVOTNTA €XEl PTTPOOTA TNG TTOAU OpOPO WOTE va OXNUATIOEl Mid
OAOKANPpwEVN atTown €TTi TOU BEPATOG, apou o€ KABe avakaAuywn o poAog Tou DNA

Moid&lel va TTEPITTAEKETAI OAO Kal TTEPICOOTEPO.

s S
g yo
&) -8
AMnRAouxia \ /
roviduwparog
...CGTATGCGATGGCTAGCT

GATTCTGTGTAAACGTGCTA
CTTCTCTAACTTGAGATCGA
§ . GCTTCTAGCTAGCTAGCTGTT

2 CCTAGCCTAGCTAGCTCCAA

| GTATGGTAATGTGAATCGCA
CTACCGGTACTCGTAGCTACT
CGTGTAGCTAGCTAGCAC...

Eikéva 1.5: Egapuoyég rou mpoypauuarog Tou avépwirivou yovidiwuarog.

Me 10 dvwBev TTEipapa TTPOEKUWE PIA AAUATWONG AVATITUEN TNG YOVISIWMATIKAG
oTiG OIAQOopEG MOPYEG TTOU TN OIETTOUV  (CUYKPITIKA, AEITOUPYIKN Kol  OOMIKA
yovidiwpaTtikn). MapdAAnAa eu@aviotnkav ol TEXVIKEG aAAnAouxiong véag yevidg, ol
OTTOiEC £dwoav EvaUOUa O€ WEANETEG OXETIKEG ME T yovIDIOKA €K@POOCTH, KAVOVTOG
€UKOAO TOV €VTOTTIONO TTOAUMOP@IKWY Bféocwv. O1 idleg TEXVIKEG QVAPEVETAl va
ETINPEAOOUV KAl TNV TIPOCWTTOTTOINKEVN 1aTPIKN. DUOIKE, O TEPAOTIOG OYKOG
OedOUEVWV TTOU TTPOEKUWE OTTO TIG OXETIKEG MEAETEG, OOAYNOE OTnNV avaykn
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dnuioupyiag €CeIdIKEUPEVWY  BAoewy OedOoPEVWY KABWG Kal VEWV  aAyopiBuwv
TTPOYVWONG. MNMpayhaTtotroinénkav £TTioNg CUYXWVEUOEIG HEYAAWY BATEWY OEDOPEVWIV
OTTwg autr Twv SwissProt kai PIR (oxnudaticav tnv UniProt). ETtiong, tnv idia
TTEPIOdO TTPAYUATOTTOIEITAI TAXUTATN AVATITUEN TwV OIOBIKTUAKWY £QAPUOYWY OAAG
KAl TOU €AeUBEPOU AOYIOUIKOU BIOTTANPOQPOPIKNG. TEAOG, OXETIKA PE TO AAYOPIOUIKO
KOUMATI, €pgaviovtal Ta Support Vector Machines (SVM’s) oeg TmpoAfjuarta
TTPOYVWONG, N XPAON Twv OToiwv aTtredeixdn o0& OPICPEVEG TTEPITITWOEIS TTIO

QATTOTEAEOUATIKA OTTO TA VEUPWVIKA OiKTUA.
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Eikéva 1.6: AvakaAUweis OXETIKES ME TN BIOTTANPOPOPIKA MEXPI KAl TO TEAOC TNG OEKAETIAS TOU
2000.
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KepaAaio 2°. H smiotnun tng
BioAoyiac

2.1 Eicaywyn oro yovidiwua

Map’ 6Ao 1Tou T0 DNA €iXe €vIOTIOTEI OTOV TTUPAVA TWV KUTTAPWY ATTO TO
1869, émpette va TTepAcouV 75 xpovia TTEPITTOU YIA VA YVWOTOTTOINOEI OTI aTTOTEAEI TO
YEVETIKO UNIKO TWV Opyaviouwv. ApXIKA Ol ETTIOTAPOVEG TTioTeuav OTI OI TTPWTEIVEG
armoTeAoUV T poOpId TO OTIOIA  PETAQPEPOUV TNV YEVETIKA TTAnpo@opia £TTEION
TTAPOUCIACOUV  PEYOAUTEPN  TTOIKINOPOP®@Ia Adyw TOu OTI  €ival  QTTOTEAEOHA
ouvOuaouoU €ikoaol dIaQOPETIKWY apivoééwv. To DNA oe TmpwTn @Aon Eixe
ATTOKAEIOTE OIOTI TAV CUVOUAOHUOG TEOOAPWY (MOVO) VOUKAEoTISiwY. MNpiv gTdooupe
o010 1944, 010 £T10G TTOU ATTOdEIXTNKE OTI TO DNA €ival To yeveTIKO UAIKO, o Griffith gixe
Nnon TTpayuaToTToINcEl éva Treipapa 1o 1928 10 01100 OUWG TOV 0dYNOE 0E AocaYr)
OuPTTEPAOPATA 600V aPOPAa TO YEVETIKO UAIKG. To idlo Treipapa etravéAapav SeKaES)
Xpovia apyoTepa, ol Avery, Mac-Leod kair McCarty o€ doKIJaoTIKO owArva (in vitro)
Kal €pTacav OTo0 ouptrépacpa o1l TeEAIKG 170 DNA €ival To YeVETIKO UANIKO €vOg
opyaviopou. H opioTiki emBeBaiwon yia Tov 1I0XUPIOWO auTtd Apbe 10 1952 e

TrelpdpaTa Tou ekTéAecav ol Hershey kai Chase.

2.2 H doun rou DNA

To DNA, ommwg kai 1o RNA, €ival €va HakpouodpIo TO OTTOI0 ATTOTEAEITAI ATTO

VOUKA£0TIOIO. KABe VOUKAEOTIBIO atToTEAEITAI E TN CEIPA TOU OTTO TPia CUCTATIKA: Mia
TTeEVTOln, n otmroia oto DNA ovouddetal 6£0gupIBoln, Hia @uwo@opIKA opada, n oTroia
gival depévn pe TNV TeEVTOLn, Kai pia alwTtouxo Bdon. O alwTouxeg Baoceig gival: n
adevivn (A), n Bupivn (T), n youavivn (G) kai n kutoaivn (C). Eva DNA voukAgoTidio
TTEPIEXEI Mia pOVO €K Twv TEoOApwv alwToUuXwv Pdoewyv. Ze KAOe VOUKAEOTIOIO N
alwTtouxog Bdaon cuvdéeTal Ye Tov 17 AvBpaka TG Teviddng (deofupiBoOln yia To DNA)

EVW N PWOPOPIKN ouada gival ouvoedepévn ue Tov AvBpaka oTnyv Béon 5.
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H\ /"'l Oupivn
N—H++sss 0 C—H
R N\ / Kuroaivn
) ”
..... H: H e
H . H
2 3 3
\ 1 a \‘ 4
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Eikéva 2.1: Or1 réooepic alwrouxes Baoeic tou DNA. H adevivn auvdésral ue tn Buuivn pe duo
0£00US USPOYOVOU Kal 1 youavivn) CUVOEETAI UE TNV KUTOTIVN UE TPEIC OECOUC UOPOYOVOU.

Mia TTOAUVOUKAEOTIOIKN) oAucida oxnuatifetar atmd TV €vwon  TTOAAWV
VOUKAEOTIOIWV HE OUOIOTTOAIKO OeONO. AUTOC O Oeoudg dnuioupyeital PeTagu Tou
udpo&uAiou TTou Bpioketal oTov 3’ dvBpaka TnNG TTEVIOLZNG TOU TTPWTOU VOUKAEOTIOIOU
KAl TNG QWOQOPIKAG opddag TTou eival depévn oTtov 5’ avBpaka TnG TTeviolng Tou
akOAouBou voukAeoTidiou. O deouog auTdg gival ywwoTog wg 3'-5" puo@odIeoTEPIKOG
0eouOG. TeNik@, n TTOAUVOUKAEOTIOIKA aAucida artroTeAeital atmd emmavaAnyn Twv
Mopiwv @WO@opPIKAR oudda — TevIoln — QWOQPOPIKA ouada — TTevioln. O OKEAETOG
OnAadn TNG aAucidag TTapapével oTaBePOGS. To povo TTou aAAGlel KABE @opd eival n
alwTtouxog Baon 1Tou cuvdéeTal e Tov 17 dvBpaka. AveEdptnta atrd Tov apIiOud Twv
voukAeoTI®iwv TNG aAucidag, To TIPWTO VOUKAEOTIOIO €xel TTAvTa €AeUBepn TN
PWOEOPIKN Tou oudda evw To TeAeuTaio €xel eAeUBepo To UBPOEUAIO Tou. 'ETOI, N

TTOAUVOUKAEOTIOIKI) aAUCida £XEI TIPAYMATIKO TTPOCAVATOAIOUO 5°-3.

Me Ta TTeipduaTta TTou gixav TTpaypaToTroindei oto TapeABOy, sipaoTtav o€ B€on
va yvwpifoupe 1600 TIG 1I810TNTEG OO0 Kal TN XNUIKAR ouoTtaon Tou DNA. ETttiong Arav
yvwoTd OTl o€ KGBe pdépio 0 apIBPOS TwV VOUKAEOTIdIWY TTOU gixav wg Baon tnv
adevivn ATav icog Pe Tov apIBUd Twv VOUKAEoTISIwV TTou gixav wg Bdon tnv Bupivn.
AuTO QUOIKA ioxue Kai yia TIG alwTouxeS BAoeig kuTtoaivn Kal youavivn. To TTpoRAnua
Ouwg NTav 6T dev UTTAPXE KOIVA atTodeKTr TTpoTaon yia Tn douy Tou DNA GTo XWpPo.
To 1953 Trpayuatotroin®nke n peyaAuTtepn BioAoyik avakdAuwn tou 20° aiwva n
oTroia kKal kaBiEpwaoe Tnv TpIodidaTarn dour} Tou DNA oTo xwpo. H avakdAuwn autn
ATAV TO ATTOTEAEOUA TNG EPEUVNTIKAG EPYaTiag OUO OPAdwWYV TICTANOVWY: Twv Wilkins

kai Franklin kabw¢ kar Twv Watson kai Crick. 'Exoviag ocav oThplypa T1a
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armroTeAéOpATA TNG €PEUVAG TWV OUO OudGdwv, Ol
Sugar Watson kai Crick diarummwoav 10 PoOvTéEAO TNG
Phosphate
Backbore | FIITAg  éAIkag Tou DNA. Néa oToixeia

Base pair | TTPOKUTITOUV ATTO AQUTA TN dIATUTTWOT.

— Thytrifis To DNA artroteAeital TeEAKG oo duo

TTOAUVOUKAEOTIOIKEG aAuCideg ol OTTOIEG
oxnuaTi¢ouv pia degioaTpoPn OITTAN ENIka. H éAika
T Guanine | qQuTA  €ival  évag OTABEPOG  OKEAETOG  TTOU
aTTOTEAEITAI ATTO POPIA QUWOQPOPIKAG OPAdAG —
TeVTOdNG (deogupIBOCNG) Ta OTToI EVWVOVTAI ME
PWOPOBIECTEPIKO OeOPO. O OKeAeTOG PBpiokeTal

OTO €EWTEPIKO TOU Hopiou Kal gival udpOPIAOG. ZTO

EOWTEPIKO TOU OTOBEPOU QUTOU  OKEAETOU

Eikéva 2.2: H 8imA édika tou DNA.  BpioKovTal o1 udpopofeg alwrouxeg Baocelg. O

KAvVOVAG TNG CUPTTANPWHATIKOTNTAG TTPOCdIOPICEl TOV TPOTTO E TOV OTTOI0 CUVOEOVTAI

ol Baoeig TNG WIag aAuaidag pe TIg Baoeig TG atmévavTl aAucidag. Tn ouvdeon autn
TTPAYMATOTTOI0UV O€0HOi UdPOYOVOU TTOU KABIOTOUV Tn SOUr TOU Popiou deuTepoTay.
O1 deopoi mou xpeialovTal yia va ouvoeBei n adevivn e Tn Bupivn (kai avtioTpopa)
gival dvo. MNa TN ouvdeon HETAEU youavivng Kal KuTooivng (Kal avTioTpo®a)
xpelddovtal TpeIG. H aAAnAouyxia Tng uiag aAucidag kabopilel TV aAAnAouxia Tng

AAANG, yeyovog TTou KaBioTd Ti¢ U0 aAuaides avTITTapAaAANAEG.

Ta Trapatmrdvw oToixeia 1Tpoodidouv Asitoupyieg oto DNA OTTwg auth TNG
aTmoBnRKeEUONG TNG YEVETIKAG TTANPOQOPIAG n OTToia ETMTUYXAVETAI PE TNV opydvwon
TNG 0€ AEITOUPYIKEG POVADEG TTou ovouddovTal yovidla. Méow Tou auTodITTAaCIacuoU
Tou, T0 DNA diatnpei kol PeTaiBadel Tn YEVETIKA TTAnpo@opia TTou Egival
ammodnkeupévn. H €kppaon TnG YEVETIKAG TTANPOQOPIAC TTPAYUATOTIOIEITAI UE TOV
EAEYyXO TNG OUVOEONG TWV TTPWTEIVWV. TO YEVETIKO UAIKO €VOG KUTTAPOU OTTOTEAEI TO
yovidiwpda Tou. YTrdpxouv OUO OPAdEG KUTTAPWYV: Ta ATTAOEIdN Kal Ta OITTAOEION
KUTTOPA. ZTa aTTA0EIdA KUTTAPA, OTTWG €ival Ol YAUETEG TWV DITTAOEIOWV OPYAVIOHWY,

UTTAPXEl éva HOVO avTiypa@po TOU YOVIDIWMPATOG. 2Ta OITTAOEION KUTTAPA, OTTWG Eival TA
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CWMATIKA KUTTOPA TWV QVWTEPWY EUKAPUWTIKWY OPYAVIOUWY, TO YOVIOIWNA UTTAPXEI
o€ OUO avTiypa@a. 2TOUG EUKAPUWTIKOUG OPYAVIOUOUG TO YEVETIKO UAIKO KATAVEUETOI
OTOV TTUPHVA KOl OTA JITOXOVOPIA TWV KUTTAPWY (OTaV TTPOKEITAI VIO QUTA KATAVEUETAI

KAl 0TOUG XAWPOTTAAOTEG).

2.3 Opyavwon ToU YEVETIKOU UAIKOU TWV EUKAPUWTIKWYV OpYAVICUWV

To ouvoAik6 DNA TTou UTTAPXEI 0€ KABE EUKAPUWTIKO KUTTAPO QTTOTEAEITAI ATTO

TTOAMA  YPOUMIKA  POpIa

TO FENETIKO YAIKO TON EYKAPY OTIKON KYTTAPON
MeyahiTepo pikeq, TOAM YPappIka HpIa Mo apiBRd Kal PAKOG XOPAKTARITTIKG Tou tidows  AvBpurmive: 2m = 10um.

TWV OTTOIWV O APIOPOS Kal

TO MIKOG gival | EmomeAs mAKETAPTMATOR
AIMAH EA! NA

| Vg
o

XAPOKTNPIOTIKA  yia T
dlagopa €idn TWV

opyaviopwyv. Ta popla

1, NOYKAEQZ2MA
H paaki povada opyavione
™G Xpwpativng
146 T.p. + 8 1omoveg

Tou DNA TTakeTdpovTal Ye

TTpwTEiveg oxnuaTi(ovtag

Ividla wpartivng.  Ta
Xp “ ng 2, INIATA XPOMATINME
Ta VOUKAZOCWHATA avaSITAWVOVTal Kal

VI 6|G auTd, lJ ETA aTTo TAKETAPIVTA| P& GAAGT BIH TPWTEIVUY

€0k  emegepyaoia o€ p—

T& 1ViSIa XPwpaTivie avadimAWVOVTal Kal

NAEKTPOVIKO HIKPOOKOTTIO, oxnuaTiZour B

gu@avicovral oav 4, METABAZIKA XPOMOTOMATA

Q1 BrhiEg avaSimAuVoVTal oxXnUATICOVTAS
XpWHoTwpara

KOUTTOAOYIQ aTTO XAVTPEG.

O1 xavTpeg €ival yVwoTEG

w¢ voukAeoowparta. KaBe

VOUKAEOOWUa aTtrapTideTal ) ) )

Eikéva 2.3: Emimeda makerapiyoaro¢ tou DNA oro
arrd DNA pnkoug 146 pera@aciko xpwpoowpa.
Ceuywv Bdaocwv Kal ammd oKTw HoépIa TTPWTEIVWY, TIG AeyOueveg 10TOveG. To DNA
TUAiyeTal yUpw atmd TO OKTOMEPES Twv I1oTovwyv. Me Tnv  avadittAwon Twv
VOUKAEOOWUATWY ETTITUYXAVETAI TTOKETAPIONA MEYAAUTEPOU PaBuou oxnuaTilovrag
€101 €va dIiKTUO IVIBIWV XpwpuaTivng. H kardoTtaon autry ovopadeTal Heoopacn. 210

TEAOG TNG avTIypa®Ag, KABe vidio £xel diITAaciaocTel. Ta dUo avTiypaga KABE 1vidiou
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ouvOE£ovTal PE JIO dOUN YVWOTH WG KEVTPOUEPIDIO. Ta dITTAACIOOUEVA XPWHOCWHATA
ovopadovTal adeAPEG XPWHATIOEG YIa TO XPOVIKO BIACTNUA TTOU €ival ouvoedepéva.
Katd 10 OoTddIo TNG METAPAonc:, ol adeA@éc xpwuatides Bpiokovral ot TTARPN
OUOTTEIPWON AVAPEVOVTAG TNV KUTTAPIKN dIaipean. ZT0 TEAOG TNG KUTTAPIKAG dlaipeong

TTPOKUTITOUV OUO VEQ KUTTAPA, YEVETIKA OPOIA JETALU TOUG KOBWG KAl PE TO APXIKO.

2.4 MeAsTwvrac ra avlpwiriva Ypwuoowuara — Kapuortuiroc

H YeAETN TV XPWHOOWHATWY TOU avBpwTToU gival €QIKTH HOVo o€ KUTTAPA TA
otroia dlaipouvTal (KUTTapa a1rd avepwITIivo 10TO). Ta XPWHUOOWHATA YEAETWVTAI OTO
OoTAdIo TNG METAPAONG OTTWG ava@épape TTponyoupévwg. MNa va yivel autd, ol

ETTIOTANOVEG XPNOINOTTOIOUV

{‘ I o OUCIEG Ol OTTOIEG OTANATOUV
= le W o
4 it i Hi MV  KUTTOopIK  Olaipeon.

KartoTy, Ta KUTTOpQ

@3
~t
L

ETTWAlOVTAl O€ UTTOTOVIKO

— | O1dAupga  pe  OKOTTO TN
. 1 . d1IdTpnoNn  TNG  KUTTAPIKAG
Vi b M g (& ¥ | touc HEUBPAVNG. Ta

XpwHoowuaTa TP

R & ) 3k i uTTOpoUV va TOTTOBETNBOUV
19 20 21 22 Y

O€ QVTIKEIMEVOQPOPO TTAAKA.
Eikéva 2.4: Kapuorumog @UOIOAOYIKOU QapOEVIKOU
arouou, oToVv Omoio éxel TPoOoTedei ameikovion tou 1°Y
Xpwpoowuarog (xpwon Giemsa).

Me 1 PBonRbeia edikwv
XPWOTIKWY OUCIWV PTTOPEI
KQVEIC va Ta TTapaTnprjoel OTO PIKPOOKOTTIO. TEAOG, Ta XPWHOCWHATA TagivououvTal
o€ Ceuyn Katd ehartoupevo péyebog. H armreikdvion autr) ovouddeTal KapuOTUTTOG.
2TOV avOPWTTIVO OPYaVIOUO, €iTE €ival apoevikog €ite €ival OnAukog, uttdpyouv 23
euyn XPWHOOWHATWY PECA OTOV TTUPAVA TWV CWHATIKWY KUTTApwyv. Ta 22 atmd 1a
23 Ceuyn c€ival PYop@oAoyikKd idla  (QUTOOWMIKGA XPWHOOWHMATA) Kal oTIG dUo

TTEPITITWOEIG. To 23° eUyog oTa BnAUKA atroTeAsital ammd dUo X XpwWHOOWHATA. ZTA

1 O uynAég Babuodg cuaTreipwong aTo aTAdIo aUTO KABIOTA TA XPWHOCWHOTA €UBIAKPITA E TO OTITIKO
MIKPOOKOTTIO.
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apoevikd 10 {euyog auto atrapTifeTal atmo éva Y kal éva X Xpwudowua. MNa 1o Adyo

auTo Ta XpwuoowpaTa X, Y ovoudagovtal QUAETIKA.

OTmwg TTpoava@épape, OTa MPITOXOVOPIA UTTAPXEl YEVETIKO UAIKO TO OTT0IO
KWOIKOTTOIEI évav MIKPO QPIOPO TTPWTEIVIWOV O€ CUVEPYOQOIa PE TO YEVETIKO UAIKO TOU
TTUprva Tou KUTTapou. AuTA n 1810TNTa KABIOTA T UITOXOVOPIO NUIGUTOVOUA. ZTOUG
AVWTEPOUG OPYAVIOPOUG, OTTWG Kal OTOV AvOpWTTO, TA JITOXOVOPIA TTPOEPXOVTal aTTd
TO WAaplo (UNTPIK TTPOoEAEUon). AUuTA n yvwon KAteubBuvel TOUG ETTIOTAUOVEG O€

BéuaTa TTOU aPOPOUV PITOXOVOPIOKES OOBDEVEIEG.

2.5 H avriypaen rou DNA

Me yvwpova Tov Kavova TNG CUPTTANPWHPATIKOTNTAG TwV Bdoewv Tou DNA, ol
Watson kai Crick gavrdotnkav tnv dITTAR éAIKa va eTUAiyeTal Kal KaBéva atrd Ta dUo
KOMMATIO TG va Asitoupyei  cav  KOAoUTTI  yia TNV dnuioupyia  dia  VEQG
OUPTTANPWUATIKAG aAucidag. O punxaviopdg autdg OVOPAOTNKE NUICUVTNENTIKOG. Me
MIa TTPWTN PATId, N avTiypa®r Tou YEVETIKOU UAIKOU @avtadel atTAr. Map’ 6Aa autd
atroteAei pia 101aitepa TePITTAOKN dladikaoia AOyw Twv evUUWY KAl TWV TTPWTEIVWV

TTOU XPNOIUOTTOIOUVTAl ATTO TA KUTTAPA.

H avtiypagn &ekivael ammd kaBopiopéva anueia, TIG Aeyoueveg B€oeic Evapeng
NG avTIypa®nc. @EoeIg Evapgng avTiypa®nig atroteAoUv ekaTovTadeg anueia o€ 6Ao 10
pnkog Tou DNA. TNa va &ekivhoel n dladikaoia TG avTiypa@rs Tou DNA TTpéTrel ol dUo
aAucideg va EeTuhixBouv oTig Béoceig Evapeng avtiypa®ng. O DNA eAhikdoeg gival Ta
évfuua ekeiva TTou avaAauBavouv va oTrTdoouv Toug deoHoUG udpoyovou PETALU Twv
OUO aAucidwv (OuyKekpIpéva PETALU Twv alwTouxwv Bdoewv Twv dU0 aAugidwv).
Otav emiTeuxBei 10 dvolypa TN €NIKAg dnuioupyeital pia «BnAid?» auavouevn Kal
TTPOG TIG dUO Karteubuvoels. Méoa oTo KUTTOPO UTTApXEl éva €I0IKO CGUMTTAOKO,
ATTOTEAOUNEVO aTTO TTOAAG €vCupda, TO OTTOI0 OVONACZETAI TTPINOCWHA. TO TTPINOCWHA
ouvBETEl OTIG BETEIC EvapEgng TNG avTiypa®ng pIkpd TuApaTta RNA, Ta erTrovopaloueva

TTPWTOPXIKA TUAMATA. Ta TUAPOTA QUTA €ival CUPTTANPWMPATIKA TTPOG TIG PNTPIKEG

2 01 BnAiEg TTOoU OnuIoupyouvTal Katd TNV évapgn TnG avtiypagng oc éva popio DNA eival opatég e 1O
NAEKTPOVIKO UIKPOTGKOTTIO.
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aAuoides. Méoa oTo TIpINOOWHA UTTApYXouv Ta €viupa DNA TToAupEpdoeg Ta oTroia
ETMPNKUVOUV  TA  TTIPWTOPXIKA  TUAMOTA,  TOTTOBETWVTAG  CUMTTANPWHOTIKA
deogupIBovoukAeoTidIa aTTévavTl atmod TIG UNTPIKEG aAucideg. Katd Tn didpkeia TnG
dnuioupyiag deopwyv udPoydvou HPETAEU TWV CUPTTANPWHATIKWY alwTouxwv BAoewv
TwV de0gupPIBOVOUKAEOTIBIWY, oxnuartiCovral véa popia DNA. Tuxov AGBn katd tn
didpkela NG avTiypapng dlopBwvovtal atmd TIG DNA TTOAUPEPACEG PE ATTIOTEUTN
akpipeia. AaBn trou dev emdlopBwvovTtal atrd TIG TTOAupepdoeg, emdlopBwvovTtal o€
MeydAo TToo00Té amd dAAAa €dIkd yia autrp TN Asitoupyia €viupa. Or DNA
TToAupepdoeg avahauBAvouy €TTiIONG TNV AVTIKATACTACH TWV TTPWTAPXIKWY THNUATWY
RNA pe tyfuata DNA. ETTeidf n avtiypagn TTpayUaToTTOIEITAl JE TTPOCAVATONIONO 5'-
3’, oI ToAupepdoeg TOTTOBETOUV Ta VOUKAEOTIOIOH OTO €AeUBepo 3’ dAKPO TNG
0eogupIBdlnG Tou TeAeuTaiou voukAeoTIdiou KABe avamTuooouevng aAucidag. lMNa va
EQOAPUOCTEl  AUTOG O
Kavovag, KAaBe  TunRua
DNA T10U yivetal N
avTiypa®rn — @Epel  pia
ouvexn Kal pia aouvexn
aAucida. H DNA

deopaon avoAauBaver va

OUVOECEl TA KOUPATIA TNG

Eikéva 2.5: H avriypaen rou DNA.

aouvexoug aAucidag
METAEU TOUG. Ta KOMPMATIO TTOU TTPOKUTITOUV aTTO TIG dIAQOopEeS BECEIS avTiypa@ng
ouvdéovTal €miong pe TN PBonBeia Tou idlou eviUuou. TeAkd, KABe véa €AIKa TTOU

TTapAyeTal £XEl TIGC OUO aAUCidEG TNG AVTITTAPAAANAEG.

2.6 H Ekpaon TnC YEVETIKAC TTANPO@opiac

To yeveTIKO UAIKO evOG opyaviouou atroTeAei Evav poplakd «oKAnpd dioko»
pMéoa oTov oTroio Bpiokovtal atroBnkeupéveg akpiBeic odnyieg, KABOPIOTIKES yia TN
doun kai Tn Asitoupyia Tou opyaviouou. MapdAAnAa Tepiéxovtal TTANPOQOPIES yIa TOV
auTodITTAacI0opO Tou DNA, KaBwg Kal yia Th JETaBiBaon Twv YEVETIKWY 0dNyIWV evog

KUTTAPOU oTa BuyaTpikd Tou. MNa Tnv éKepacn TNG YEVETIKNAG TTANPOPOPIaG TTPETTEI VO
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TTpaydaTotroinBouv Katroleg evépyeleg. H diadikaoia Tng avtiypagnig tou DNA TTOU
TTEPIYPAWAUE DIAIWVICEl TN YEVETIKN TTAnpogopia. Me Tn diadikacia TnG PETAYPAPNAG,
META@EPETAI N TTANPoopia atmmd Ta yovidla (TuAuaTa Tou DNA UE OUYKEKPIPEVN
akoAouBia) oto RNA. AkoAouBei n dladikacia TnNg PETAPPAONSG PECW TNnG OTToIOG TO
RNA peTa@épel TNV TTANpo@opia OTIG TTPWTEIVES, O 0TToiEG KaBopifouv Tn doun Kal Tn
AeiToupyia Twv KUTTApWYV. O1 TTOPATTAVW EVEPYEIEG ATTOTEAOUV T AeyOuEVN YOVIDIOKN

EK@paon.

(D}MA -> RNA = npwTEIVES

Na apkerd kaipd o1 ETMOTAPOVEG TTIOTEUAV TIWG N PO TNG YEVETIKAG
TTANpo@opiag yivoétav TIPOG Mia POvo  KateuBuvon, OTwG TTEPIYPAPETAl  OTNV
TTOPATTAVW €IKOVA. Me TNV avakdAuyn OPwG 1V TTOU €X0UV 0aV YEVETIKO UNIKO RNA,
TO KEVTPIKO auTd dOyua OoTaudATNoE va u@icTaTal. Zruepa AoItrév 1IoxUEl TO dOYPa TToU

TTEPIYPAPETAI OTNV TTAPOAKATW EIKOVA.

@A = @A — NMPWTEIVES K

VOUKAEIKA 0&€a — NPpWTEIVES

2 KOBe opdda KUTTApWV eKPPAlovTal OIAQOPETIKA Yyovidia Ta OTToid

OlakpivovTal o€ dUO KATNYOPIEG:

e 270 yovidla TTou petaypdgovtal o€ mMRNA kal apyoTepa peTa@palovral
o€ TTPWTEIVEG.

e 210 yovidla TTou petaypdagovtal Kal Trapayouv tRNA, rRNA kai SnRNA.

Kail Ta 1€é0oepa €idn popiwv (MRNA, tRNA, rRNA kai snRNA) mrapdyovTal Kard mn
dladikagia TngG peTaypa@ns. AKoAouBei n Trepiypa®n Tou KABe popiou:

AyyeAiapopo RNA (MRNA): Metagépel Tnv TTAnpo@opia tou DNA pe okotrd

TN dnuIoupyia piag TTOAUTTETTTIOIKNG aAuaidag.
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PiBoowuik6 RNA (rRNA): Zuvdéetal pe TIpwTEivEG oxnuaTiovrag To

PIBOCWHA TO OTTOIO €ival ATTAPAITNTO YIA TV TTPWTEIVOOUVOEDT.

Meragopiké RNA (tRNA): ZuvOEéeTal e €va OUYKEKPIPMEVO AMIVOLU TO OTTOIO

KAl JETAPEPEI OTN BE0N OTTOU TTPAYUATOTTOIEITAI N TTPWTEIVOOUVOEDN.

Mikpo mupnvikd RNA (snRNA): Mikpd popia TToU CUVOEOVTAl PE TTPWTEIVEG

oxnuaTtiovriag HIKPA  PIBOVOUKAEOTTPWTEIVIKGA ocwuatidia. EuBuvovtar yia Tnv

KataAuon TnG «wpipavons» Tou ayyediagopou RNA (MRNA).

2.6.1 H usraypaen rou DNA

H diadikacia NG peTaypa@ng KataAueTal atmd éva €vCupho TTou ovopdadetal RNA
TToAupepdaon. O1 HETAYPAPIKOI TTAPAYOVTES €ival oI TTPWTEIVES TTou BonBouv Tnv RNA
TToAupepdon va TTpoodedei oTIC €1dIKES TTEPIOXEC Tou DNA (UTTOKIVNTEG) WOTE va
EeKIVAOEl owoTA N @don TnG PeTaypa®ng. O1 uttoKIvnTEG BpioKovTal TTAVTA TTPIV ATTO
TNV apxn KaBe yowvidiou. Me Tnv €vapgn NG METAypa@nsG evog yovidiou, n RNA
TToOAUpEPAON TTPOKAAEI TOTTIKO EETUAIYMA TNG BITTANG éAIkag Tou DNA oTov uTroKivnTh
ME TOV OTT0i0 OUVOEDBNKE. APEOWG PETA, TOTTOBETEI Ta PIBOVOUKAEOTIOIO (VOUKAEOTIOIO
Tou RNA) akpiBwg atrévavti amd T1a deofupifovoukAeoTidia piag DNA aAucidag
OKOAOUBWVTAG TTAVTA TOV KAVOVA TNG CUMUTTANPWHATIKOTATOS Twv BAcewv (0TTwg
oupBaivel Kal otV avTiypa®n). TNV TIPOKEIYEVN TTEPITITWON ATTéEVavVTl aTTd TNV
alwTtouxo Pacn adevivn (A) Ba TOTTOBETNOEI TO PIBOVOUKAEOTIOIO TTOU @QEPEI TNV
OUPTTANpwaTIK Bacn oupakiAn (U) 81611 dev UTTAPXEl PIBOVOUKAEOTIOIO TTOU va €XEI
w¢ alwtouxo Baon tn Buyivn (T). OTTwg Kal n avTiypa@n €101 KAl N JETAYPA®H €XEI
TTpooavatoAiopo 5’-3’. EIdIkEG aAAnAouyieg TTou Bpiokovtal oTo TEAOG TOU yovidiou
oTtapaTouv Tn ouvBeon RNA emtpémrovrag tnv ameAeuBépwar) Tou. O aAAnAouxieg

auTég ovopalovTal aAAnAouxiec AEnNG NG HETAYPAPG.

To RNA TT0U ouvTiBeTal atroTEAEl CUUTTARPWUA TNG YETAYPAPOPEVNGS aAuaidag
NG OITTAAG EAIKAG n oTToia ovopddeTal un KwdIKA. To dAAo uiIod NG ENIKAG ATTOTEAEI

TNV KWAIKN aAuacida.

To mMRNA 10U TTOpPAyETAl KATA TN PETAYPAPH €VOG yovidiou ugioTatal pia

TTOAUTTAOKN B1adIKaoia wpigavong agou dev gival ETOINO VA HETAPPACTEI akoua. AuTtod
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10 MRNA ovopddetal Tpddpopo Kal Tepléxel e€wviad kal egwviat. H wpipavon Tou
TTPodpoou MRNA TTpaydatoTroleiTal e mn Bordeia Tou SNRNA 1o oT1T0i0 avaAauBavel
va atrokOwyel Ta ecwvia amé 10 MRNA pdaBovtag TapadAAnAa Ta ewvia PeTatu Toug.
TeAIKA TO wpIgo MRNA atToTeAgiTal pOvo atod egwvia £xovTag 1o 5’ kal 1o 3’ dkpo Tou
apetdppacta. To MRNA cival TTAéov €TOINO va PeTa@epBei ammd Tov TTUPrvVa OTO
KUTTAPOTTAQONO KAl OUYKEKPIMEVA OTa  pIBoCWHATA  OTToU  AauBAvel xwpa N

TTpwTEIVOOUVOEDN.

2.6.2 O yEVETIKOC KWOIKAC

Me 10 TTépag TNG dladikaoiag TNG METAYPAPNG, Ol TTANPOPOpPIES TTOU BpioKovTav
oTta yovidla petagépovial oto MRNA pe yvwpova Tavia Tov Kavova Tng
OUPTTANPWHATIKOTNTAG TWV  VOUKAEOTIOIKWY BAcewyv. Emouevo oT1ddIO yia TN
META@OPA TNG VYEVETIK TTANpo@oOpiag e€ival n  PETAQPACN, YVWOTH KAl WG

TTPWTEIVOOUVOEDN, N OTToia TTPAYUATOTIOIEITAlI PE TN BonBeia Tou YEVETIKOU KWOIKA.

Nevetik6g kKWdIKAG
Agutepo ypaupa
u [c [A ls
U v
uuu} NG ucu UAU ~ UGU} 3
UUC @aivulalavivn UcC o UAC ':u'poawn UGC KUOTEIVN c
UUA} AT UCA UAA | Mign UGA Mg&n A
UuUG UCG UAG J Mign UGG Ttpumtogavn G
Clcuu ccu CAU} T CGU v
g CUC it CECY ndcivy CAC CGC Y apvvivn c| 4
- CUA CCA CAA} PRy CGA A D
g CUG CCG CAG CGG G |3
- <
o |A|AuuU ‘ ACU AAU : AGU} i uilz
§- AUC} ICOAEUKIVN ACC Bt AAC aomnapayyivr AGC oepivn c g
= AUA ACA [ P AAA} Auoivn AGA} apywivn Ala
AUG  puebeiovivn ACG AAG AGG G
évapgn
G| Guu GCU GAUL o ; GGU v
pukd ofu
GUC BaAivn GCC akavivn GAC GGC yAukivn c
GUA GCA GAA | yloutapviko GGA A
GUG GCG GAG/J ot GGG G

Eikova 2.6: O yeverik6¢ KwOIKAG.

3 O1 aAAnAouyieg TTou peTa@pdalovTtal o€ auIVOEZEa.
4 O1 aAnAouyieg TTou dev peTa@padovtal o apivogéa Kal atroteAouv evOIdueaes aAAnAouyieg peTagu
TWV EEWVIWV.
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O yeveTikKOG KWOIKAG aTTOTEAE £vav KWOIKA aAVTIOTOIXIONG VOUKAEOTIOiwv MRNA e
apivogéa TTpwreivwyv. AnAadr}, n aAAnAouxia Twv alwTouxwv Pdaccswv Tou MRNA
KaBopilel TNV aAAnAouyia Twv auIvogEwy oTIC TTpwTEiVES e Bdon Tov KWwdIKa auTo. T
auTtd n TTPWTEIVOOUVOEON €ival TTPAYMATIKA pia «UETA@PAcn» atmmd Tn YAWOoOod Twv

Baocewv 0TN YAWOOO TWV APIVOZEWV.

OTwg TTpoava@épaPe, Ol TTPWTEIVEG €ival QTTOTEAEOUA OUVOUQOHOU €iKOOI
OI0QOPETIKWY  apivogéwv. To RNA €ival ouvduaopog TeOOAPWY  OIAQOPETIKWV
VOUKA£OTIOIwV (OTTwG Kal To DNA). lMNa va ptmmopéocouv va KwdikotroinBouv Kal Ta
€iKool auIvogéa TToU QTToTEAOUV TNV TIPWTEIVN, £TTPETTE TA  VOUKAEOTIdIO va

ouvduaoToUv avd Tpia® WoTe va avTIoToIXIoTOUV e éva auIvogy.
O yeVeTIKOG KWOAIKAG PEPEI TO TTAPAKATW XOPAKTNPIOTIKA:

1. O yevetikdg KwdIka ovoudletal KWwdIKag TPITTAETAS. AuTd onuaivel OTI pia
TPIA®A VOUKAEOTIBIWY, TO KWOAIKOVIO, KWOIKOTTOIET Eva auIvVOgU.

2. O yeveTIKOG KWAIKAG €ival ouvexns. To mRNA diapadetal cuveXwg avad
TPiIa VOUKAEOTIOIO XWPIG va TTAPAAEITTETAI KATTOIO VOUKAEOTIDIO.

3. Kd&Be voukAeoTidio avrkel o€ €va POvo Kwodikévio. Autd KaBioTd Tov
YEVETIKO KWOIKA N ETTIKAAUTITONEVO.

4. OAol o1 opyaviouoi €Xouv TOV idI0 YEVETIKO KWOIKA apou autdg Eival
oXedOV KaBOAIKOG.

5. O yeveTIKOG KWAIKA XapakTnpiletal ws eKQUAIoPEVOS. Edv e€aipéooupe
Ouo apivogéa (Tn MeBelovivn Kal TNV TPUTITOQAvn), Ta uttoAoima 18
MTTOpOUV va KwdIKOTToINBoUV atrd dUo HEXP! Kal €E1 DIOQPOPETIKA
KwOIKOVIa. Ta S1a@opeTIKA KwdIKOVIA TTOU KWAIKOTTOIOUV TO id10 auivo&u
ovoudadovTal CUVWVUNA.

6. O yeveTIKOG KWAIKAG TTEPIEXEI KWDAIKOVIO évapéng Kai KwdIKOVIO ARENG.
2€ OAOUG TOUG OpYyaVIoHOUG, TO KWAIKOVIO évapgng eival To AUG. MNa

AAEN, dnAadn yia Tov TEPUATIONO TNG oUVOEoNng TNG TTOAUTTETTTIOIKNG

5 ZuvduadovTag Tpia VOUuKAgoTIOIa €xoupe TTapaTTdvw guvOUACHOUG aTrd auToUg TToU XPEIalONaoTE yia
va ekPpAcoulE £va apivogu (42 = 64 mBavoi cuvduacouoi).
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aAucidag, To mMRNA tpétTel va ouvavtioel €va atmd T1a Kwdikévia UGA,
UAG kai UAA.

To TuAPa €vog yovidiou kal Tou MRNA Tou TToU KwOIKOTTOIET JIa TTOAUTTETTTIOIKN

aAucida apxicel ue TO KWOIKOVIO évaping Kal TEAEIWVEI PE TO KWOIKOVIO ARENG.

2.6.3 Msrappaon

Omwg  oxoANidoaue TTponyouuévwg, n  HeTaepacn Ttou MRNA €ival n
QAVTIOTOIXION TWV KWOIKOViwV 0€ auIvo¢éa Kabwg kai n dladoxik ouvdeon Twv
AUIVOCEWV auTwyv o€ TTOAUTTETITIOKY oAucida. H diadikaoia auTh eKTeAsiTal oTa
piBoocwuara pe TNV PonBdeia Twv tRNA Kal T CUPHETOXA OPKETWV TTPWTEIVWV Kal
evépyelag. Ta pifoowuara PTTopouV va XpnolhoTroinBouv w¢ Béon PeTAppaong yia
otrolodimote MRNA. Mg Tnv 1810TNTA AUTH], OI ETTICTAPOVEG XPNOIUOTTOIOUV BAKTAPIA

WOTE VA TTOPAYOUV aVOPWITTIVEG TTPWTEIVEG.

To piBéocwua atroTeAsital ammd dUO UTTOPOVADEG, T MIKPR Kal TN MEYAAN
uTTOdOVAdA. 2TN WIKPNA uTTopovada uTtapxel pia Béon mpoodeong Tou MRNA evw 0Tn
MeYAAn uttopovdda uttdpxouv dUo Béoceig el0doxng Twv tRNA. Kdbe popio tRNA
QEPEI PIa €10IKA TPITTAETA VOUKAEOTIOIWV N oTroia ovopadeTal avtikwoikovio. To
AVTIKWOIKOVIO TTPOCOEVETAI PE TO AVTIOTOIXO KWOIKOVIO Tou MRNA akoAouBwvTtag Tov
Kavova TnG CUPTTANPWMPATIKOTNTAG. EMTTpooBéTtwg, KGBe pdépio tRNA diaBETel pia

€10IKA B€0n oUVOEONG UE £€VA OUYKEKPIPEVO AMIVOEU.

H diadikacia Tng mTpwTeivoouvBeonG TTpayPaToTIolEiTal O Tpia oTddia: Tnv
évapén, Tnv emunkuvon kai T ANEN. MNapakdtw avaAlouue TI cuuPaivel OTO KAOE

oT1dadIo.

‘Evapén: Katd m ¢@don 1ng évap¢ng 1o MRNA TTpoodéveTal, YEOCW MIOG
aAAnAouxiag TTou UTTApPXEl OTNV 5’ auETAPPOOTN TTEPIOXH TOU, ME TO pIBocwHIKd RNA
(rRNA) TnG MIKPRG UTTOPOVAdAG TOU PIBOCWHATOS AKOAOUBWVTAG TTAVTA TOV Kavova
TNG CUMTTANPWMATIKOTNTAG Twv Pdacewv. To Kwdikovio €vapgns Tou MRNA eival
mavia 10 AUG kai ¢’ autd Tmrpoodévetar To tRNA 1O OTroio @épel TO aApIVOEU
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pedeiovivn®. To oUPTTAOKO TToU dnuioupyeital Yetd Tnv TPdadson tou MRNA oTn
MIKPA pIBOCWHIKA uttogovada kal Tou tRNA TTou petagépel TN peBelovivn KaAeiTal
oupTrAoKO évapéng Tng TpwTeivoouvBeong. AKOAOUBwWG, n HeEYAAn pPIBOCWHIKA
UTTOPOVAdA CUVOEETAI E TN MIKPN.

a Mikpri piBoowpikr ! B
" unopovada

mRNA / \ KwBikévio
AMn)ouyia AVTIKWBIKOVIO
avayvwpiong

H,N

H pikpn plboowglxri unogovéba ouvdéeTal H peydAn piBoowyike unopovada
e TNV alnAouyia avayvwpiong oto mRNA ouv3EETal PE TO OUPTAOKO EVapENG
xai 7o tRNA mou @épel T pebeiovivn ouvdéeTal MG NpwTEivooUVeEDTNQ
HE TO KWdiIk6VIO EvapEng

Eikéva 2.7: H mpwreivoouv@son apyilsl ue 1o oxnuariono evog OUNTTAGKOU évapéng.

Emiunikuvon: 21n @don autr, €va 0eutepo Hopio tRNA pe 10 OIKO TOU

AVTIKWOIKOVIO TTOU €ival CUPTTIANPWHATIKG Tou OeUTEPOU KwdIkoviou Tou MRNA
ToTroBeTEITAl 0TV KATAAANAN €1060X TNG MEYAANG PIBOCWHMIKNAG UTTopovAadag,
META@EPOVTAG TO OEUTEPO ApIVOEU. To TTpwTo (MEBEIovivn) Kal TO JEUTEPO QAUIVOLU
ouvoEovTal PE TTETTTIOIKO Oe0d. ApEOWGS PETA, TO TTPWTO tRNA atmoouvdéeTal atrd 1O
PIBOCWUA Kal ATTEAEUBEPWIVETAI OTO KUTTAPOTTAGOUA OTToU eKei Ba ouvdebei Eavd ue
MEBeIovivn, ETOIMO yia Pia eTTOPEVN XPAON. AUTH TN OTIYMN, TO pIfocwua Kai To MRNA
éxouv é€va tRNA 1Tavw oTo otroio €xouv 0eBei duo apivotéa. Me Tov TpOTTO QUTO
EMTUYXAVETAI N OTAdIOKN ETTINAKUVON TNG TTOAUTTETITIOKNG aAucidag. To piBdocwua
KIveiTal Katd prikog Tou MRNA KAIHaKWTA KaTtd €va kwdikévio. ‘Eva 1pito tRNA eivai

ETOINO  va  TTPoodeBel  peTapépovriag To OIKO Tou apivogu. TemTidIKOG Oeouog

6 Aev £xouv OAEG ol TIPWTEIVEG TOU opyaviopoU pebeiovivn wg TTpwTo auivogu. Autd oupBaivel yiaTi, o€
TTOAAEG TTPWTEIVEG, PETA TN OUVOECH TOUG OTTOMOKPUVOVTAl OPIoUEVO OPIVOEEQ aTTO TO ApPXIKO AUIVIKO
uypPo.
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oxnuari¢etal avapeoa oto OeUTEPO Kal TO TPITO apivogu. H TToAUTTETITIOKY aAucida

ETTIPNKUVETAI 000 VEA tRNA PETAQEPOUV AUIVOLEA T OTTOIA CUVOEOVTAl HETAEU TOUG.

-~

‘ )
Avayvepion xedixoviou: Avayvipion Kw3iKoviou: mjrfKuven: To EAEGOEPO tRNA aneAeud
T0 QVTIKWBIKGVIO Tou tRNA Emprixuvon: To ehetBzpo tRNA o avrIkwSikévio Tou tRNA . [} ‘iommmp.p‘
ou @éper 10 aprvob mpokivm AeuBepdveras kil 1o pipdouy TIou @épt1 1O apvoEy peraxivedral kot Tpeic ASEIG
ouvBéeTal ye To avrioToixo Kxivefral karé pa Tpim . Tupoaivn auvdéeral
e pera HaTp N s 0 KGBIREVIO névw oto mANA J
.

Eikéva 2.8: Emiunikuvaon tng mpwreivoouvesong.

Anén: H ToAuTTeTTIOIKN aAucida oTaPATA va avatrTuooETAl OTAV TTPOKUWEI Eva
ammo Ta Tpia Kwdikévia Afgng (UGA, UAG 1 UAA) 81611 dev uttdpyouv tRNA TTou va
avTioToIXoUv o€ auTtd. TeAIKA, TO TeAeuTtaio tRNA atmmopakpuveTal atmd T0 PIBOCWHA

EMTPETTOVTAG TNV ATTEAEUBEPWON TNG TTOAUTTETTTIOIKNG AAUCIDAG.

AMEn

il
—Y

mRNA

1RNA

w QDD & AR |
( mtlnm }ff/ uw—@ew@—cwn /

o - McydaAn unopovéda
- w f <
| | To mRNA,
I Avayvipion kwdikoviou AfEng | gy . - ] ! N HIKpH KO1 N peydAn
A / ¥ pové3a Tou pifoowparog
J kST

Eikova 2.9: Afén tng mpwreivoouvOsong.

ATTO éva yovidlo uTropouv va petaypdgovtal TToAAG popia mRNA. ETriong, éva
MRNA ptropei va petagpaletal atmrd TTOAAG piBocwpaTa TAuTOXPOVaA, UE TO KaBéva va
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BpiokeTal o€ BIAPOPETIKO ONUEIO KATA  |meyorn unopovasa
MNKOG Tou popiou. Apéowg WETA TN O\ Pilooupo

METAQPAON TWV TTPWTWYV KWOIKOVIWV = 7T

atro 10 PIBOGCWHA, N BE0N EVAPENG TOU | Mwen unopovasa

MRNA ¢€ival €AelBepn Kal éva VEo

nonm:nn&:n@
!

pIBocwa pTTopei va TTpocodebei. To o"-f,o\_‘ _ o
OUUTTAEYUO TWV PIBOCWHATWY HE TO %‘:9,} /\(\cj/
MRNA  KaAgital  TTOAUCWWa. Ta & __.
XAPOKTNPIOTIKA autd KaBioTouv TNV \9

.. . « .
TpwrEvooUVBEoN  pia OIKOVOHIKN Eikéva 2.10: Eva moAUowpa darmoreAsitar armro

diadikacia». ‘Eva kUTTapo ptopsi va moAAd piBoowuara ra omoia mpoodévovral Kard
unkog gvog popiou mMRNA kai 1o perappadouv.
TTapdyel JeyAAa TTOOA PIAG TTPWTEIVNG

ato éva ) atrd dUo avTiypaga evog yovidiou.

2.7 Nnovidiakn pubuion

Movidiakr ék@paon ovoudletar 0An n dladikaoia PeE TV OTToid £va yovidlo
EVEPYOTTOIEITAI PJE OKOTTO TNV TTapaywyr piag mpwreivng. Puoikd, oe Kdbe KUTTapOo
Oev TTapAyovTal OAEG O TIPWTEIVEG 0€ KABE XpoviKr OTIyur. ETTiong, o1 TTpwTeiveg evog
KUTTGpou Oev Trapdyovtal o€ ioeg TTooOTNTEG OIOTI TO KUTTOPO XpPelaleTal KABe
TTPWTEIVN O OUYKEKPIYEVN TToooTNTa. Eival atrapaitntn n Ummapén kal n owoTth
AeiToupyia evog TTpoypduupatog (aAyopiBuou) puBuiong TG yovidIOKNG E£KPPaong
WOTE VA TTAPEXOVTAl 0ONYieEG OXETIKEG PE TO €i00C OAAG Kal TNV TTOOOTNTA TWV
TTPWTEIVWV TTOU TTPETTEI VO TTAPAXB0UV O€ I OUYKEKPIMEVN XPOVIKN OTIyuA. AuTd
oupBaiver d10TI €av OAa Ta yovidla Aecitoupyoucav e TOV G0 pUBPO, OPICUEVES
TTpwTeiveg Ba TTapdyoviav o€ TTOAU HEYOAUTEPEG TTOOOTNTEG QTGO QUTEG TTOU

XpPeIddovTal evw AAAEG O€ AVETTAPKEIG TTOOOTNTEG.

Ta KUTTOPA €vOG TTOAUKUTTAPOU opyaviopou (OTTwg o dvBpwTrog) dlagEpouv
1600 01N doun 600 Kai oTn Asitoupyia Toug. H {wn Eekivael, dtav Eva yOVIUOTTOINUEVO
waplo dlaipeiTal e MiTwon, TTapdyoviag €701 TPICEKATOPMUPIA KUTTOPA TA OTTOIx

@épouv Ta idla yovidia. Ta avBpwTiva KUTTapA, atrd Ta apxIKA KIOAAg oTddia Tng
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eMBpuoyéveons, akoAouBouv pia diadikaoia YEOW TNG OTToiag eEEIBIKEUOVTAl OTO VA
eKTEAOUV emINEPOUG AciToupyieg. H diadikaoia auth €ival ywwoTh wg KUTTAPIKA
dlagopoTtroinon. Ma Tapddelyud, Ta KUTTAPA €VOG TTOAUTTAOKOU TTOAUKUTTOPOU
OpYQaVIOPOU, OTTWG AUTA TOU MUIKOU Kal TOU VEUPIKOU CUCTHPATOS (KaBWGS Kal OAa Ta
uTTOAOITTA), €XOUV OAA TO B0 YEVETIKO UAIKO, OTTOTE Kal Ta idla yovidia. Alagépouv
OuwG oTn pop@r kai otn Aesitoupyia Toug. OAa T KUTTOPA UTTOKOUV OTIG iDIEG
YEVETIKEG 00nyieg. ‘Exouv dpwg avatrtugel pnxaviopous JEow TwV OTToiwV EKQPAlouv
TN YEVETIKN TOUG TTANPO@oOpIia ETTIAEKTIKA, AKOAOUBWVTAG TIC OTTAPAITNTEG 0dNYiES yIa
TIG OIQQPOPEG XPOVIKEG OTIYMEG. KABe KUTTAPIKOG TUTTOG EKTEAEI  ECEIDIKEUMEVEG
AEITOUPYiEG OI OTTOIEG TIPETTEI VO CUVUTTAPXOUV O€ TIAPN OUVTOVIOUO WE TIG
AgIToupyieg Twv uttoAOITTWYV KUTTAPWYV. Mpétrel dnAadr) 6Aa Ta KUTTapa va akoAouBouv
TTOTA TIG A&ITOUPYieg TTOU TTPORAETTEI yI' AUTA O aAyopIBuog TNG CWNG. Z€ TTEPITITWON
TTOU Ta KUTTApa «Byouv» atmmd 1O auoTnpd TPOYpaApua TTou Toug ETTIBAAAEI O

aAyopIBuog, AapBaver xwpa n HETAOTPOPN TOUG OE KAPKIVIKA.

2.7.1 H yovidiakn puBuion oTouC EUKAPUWTIKOUC OPYAVIOLUOUC

H pUuBuion Tng £€K@PaonNG Twv YovIdiwv OTa EUKAPUWTIKA KUTTaPQ
TTPAYUATOTTOIEITAI O€ TTOAAG  €TTiTTEdA  ME 101AITEPA  TTOAUTTAOKOUG  HNXQVIOUOUG,
ATTOTEAWVTAG AVTIKEINEVO OUvEXOUG WEAETNG. H yovidiokrh €kgpaon pubuidetal oTa

akoéAouba eTTitTreda:

o 2710 &mimedo _TNC pETAYPAPNS: ZUYKEKPIUEVOI UNXAVIOUOI €AEyXOuv

TTo0I0 yovidia Ba peTaypa@ouv ry/kal e Trola TaxuTnTa Ba eKTEAEOTEI N
peTaypar. KaBe yovidio €xel To OIKO TOU UTTOKIVATA KOl PETAYPAPETAI
AuTOVOWQ.

o 2r0 cmritredo uera tn peraypaen: MNMepiAauBdavovrtal ol Jnxaviouoi TTou

XpnolgoTtrolouvTal yia Tnv wpeigavon Tou TTpodpouou MRNA  kai
TTapdAANAa  kaBopiletal n  TaXUTATO e Tnv omoia 70 MRNA
€AEUBEPWVETAI OTO KUTTAPOTTAQCUA.

o 2710 emitredo TNC peragpaons: To Xpoviko didotnua wng Twv mMRNA

Mopiwv oTo KUTTAPOTTAQoMa TTOIKIAAEI yia Ta diagopa €idn RNA, 10T
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QuTd aTtrolkodopouvTal HPETA aT1rd KATtrola Xpovik Trepiodo. ETriong,
TTOIKIAAEI KaI N IKavOTATA TTPOodeong Tou MRNA oTa pifoocwuara.

210 _egmimedo pera tn _peragpaocn: H mpwreivn mou mmapdxbnke oTO

TTEPAG TNG TTPWTEIVOOUVOEDNG, iIOwWG KPIBEi aTTapaiTNTO Vva UTTOOTEI

TPOTTOTTOINCEIG, WOTE VA Yivel BIOAOYIKA AEITOUPYIK.
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KepaAaio 3°. H aAAnAouyion rou
YEVETIKOU UAIKOU TOU avOpwirou
(DNA Sequencing)

3.1 Eicaywyn ornv aAAnAouyxion Tou YeVETIKOU UAIKoU (DNA

Sequencing)

Me TOV Opo aAANAOUXION TOU VYEVETIKOU UAIKOU evvoeitar n Oladikaoia
TTPOCdIOPICPOU TNG AKPIBOUG OEIPAG TwV VOUKAEOTIOIWY, A aANIWG TwWV alwToUuxXwv
Baoewyv, tou atrapti(ouv To DNA evdg opyaviopou. To avBpwTTivo yovidiwpa gival
KATAOKEUAOUEVO ATTO TTEPICTOTEPA ATTO TPia OICEKATOUUUPIA OTTO AUTA TA YEVETIKA
«ypaupara». Tn onuepov  nUEPA, N AaAAnAouxion TOU  YEVETIKOU  UAIKOU
TTPAYMATOTTOIEITAl O PEYAAN KAIMOKO aTTO pnxavAiuata uywnAng TexvoAoyiag. Ta
MNXavAPoTa autd €ival Ikava va diaBalouv pia akoAouBia yeveTikoU UAIKOU OTTwWG O
AavBpwTrog eival Ikavog va diapadel pia mpoétacn. H aAAnAouxion evog yovidIwPaTog
ouvABwWG aTtToKaAEgiTal Kal atToKwdIKOTToIiNON, agou n aAAnAouxia Twv PBACEwWV TToU
TTPOKUTITEl ATTOTEAEI pIa PEYAAN o€ipd aTTd YPAUMOTA HIOG HMUCTAPIOG «YAWOOOG».
Otav diaBaloupe éva keipevo, 1o vonua dOgv PpiokeTal pévo oTnv akoAouBia Twv
YPOUMATWY. BpiokeTal oTIG AEEEIC TTOU dnuIoupyoUV Ta YPANKATA auTd KaBwG Kal oTn
YPOUMATIKA TNG €KAOTOTE YAWOOAG (onueia oTiEng, TTapdypagol KAT). MNMapouoiwg, T0
avlpwTivo  yoviIdiwua  gival  KATI  TTEPICOOTEPO  aTmd  MIa  aAAnAouxia. ‘ETol,
avTIAapBavopaocTe 0TI N aAAnAouxion auTr KABe auTtr, 8€ JOg aTTOKAAUTITEN aTTd pbvn
TNG TA YEVETIKA PUOTIKA £VOG OAOKANPoU €idouc. AtTopével TTOAN dOUAEId aTTd TOUg
ETMOTAPOVEG. Oa TIPETTEI VO UETAPPACOUV QUTEC TIC OEIPEC YPAMMATWY OE MIa
karavonTtry diadikacia AgIToupyiag Tou YovIOIWPATOG: TI KAvouv Ta yovidla TTou
atrapTifouv TO yovIBiwua, TTWG oXeTICovTal Ta dIAQopa yovidla JETALU TOUG KaBWG Kal
TTWG ouvTovifovtal Ta SIAPOoPa KOPUATIA TOU YOVISIWUATOS Ta oTToia BonBouv 1600

oTnv avamTtué¢n 600 Kal 0Tn CuVTAPNON TOU avBpwTTivou opyaviouou.

H yvwon Twv aAAnAouxiwv DNA €xel TTAéOV KATAOTE atrapaitnTn yia T Bacikn
BioAoyikn épeuva. PuoIKA n yvwon autr) dev OUVEICPEPEI WOVO G° auTdv Tov Topéa. H
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XPNnon Tng €ival e€iocou ammapaitnTn Kal o€ TTOANOUG £QAPPOCPEVOUG TOUEIG OTTWG €ival
n 1atpikn didyvwaorn, n PBlrotexvoAoyia, n 1aTpodIkacTIKr) BloAoyia kai n 10Aoyia. H
MeYAAn TaxuTnTa aAAnAouxiong, n otroia €xel ETTITEUXOEI YE TIG OUYXPOVES TEXVOAOYIES
aAAnAouxiong DNA, €xel ocupBdAel otnv aAAnAouxion OASKANpwY YoVISIWPATWY
TTOAMWV TUTTWV Kal €10WV (WG, CUUTTEPIAQUBAVOPEVOU KAl QUTOU TOU avOpwITivou
yovidiwpaTtog. [lloia eivar opwg n diadikaoia TG Agyopevng aAAnAouxiong Tou

YEVETIKOU UAIKOU Kal KAT €TTEKTACN TOU YOVIDIWUATOG;

3.2 H d1adikaaia tnc aAAnAouyionc Tou yovidIwuAaroC uEoa amo TNV

aAAnAoUyion Tou YEVETIKOU UAIKOU

H diadikacia TG aAAnAouxiong oAGKANPoU Tou avBpwTTivou YovISIWPATOG eV
TTPAYMATOTTOINONKE O€ pia @daon O10TI oI PEBodoI AAANAOUXIONG TOU YEVETIKOU UAIKOU
Treplopiovial o€ PIKPA Koppdtia DNA. ETTouyévwg, o1 €TMOTAPOVEG ETTPETTE va
OTTACOUV TO YOVIBIWHA O€ MIKPA KOMMPATIO (YEVETIKOU UAIKOU), va aAAnAouxioouv Ta
KOMMATIO QuTA KAl OTn CUVEXEI VO TA ETTAVOCUVOPHOAOYACOUV OTn OwoTH oelpd
woTe va @OAcouv TEAIKG oTnv aAAnAouxion Tou cuvoAou Tou yovIdIwPaTog. Meydho
KOMMATI TNG d1adikaoiag TNG aAANAoUXIONG QTTETEAECE N ETTAVAKATAOKEUN QUTOU TOU

BioAoyikou TTadA.

Y1dpxouv dUO TTPOCEYYIOEIC VI TNV KOTTH) TOU YOVIDIWMPATOG O€ KOPUATIO KAl
yia TNV METETTEITA ETTAVACUVAPHOAOYNOH Tou. H pia oTpartnyikh €ivalr yvwoTti wg
“clone-by-clone”. Kata tnv mpooéyyion auth, dnuioupyeital éva xaptng yia Kade
XPWHOOWHA TOU YyovIdIwuaTog TIpIV XwpIoTei TO0 DNA o0& KOPMPATIO ETOINO VIO
aAAnAouxion. To yovidiwua otrdsl o€ peyaAa TunRuata pe pnkog trepitrou 150.000
Ceuyn Baoewyv (BP). H Béon auTtwyv TwWV KOYUATIWY OTO XPWHOCWHA XAPTOYPOPEITAI
yla va yivel €QIKTA n d1adIKaoia £TTAVAKATAOKEUNRG TOU apXIKOU KAWVOU OTn CWOTAH
ocipd (MeTd 1O TTEPAG TNG aAAnAouxiong). Ta KopudTia autd ToTToBeTOUVTAl HECA O€
BACs (Bacterial Artificial Chromosomes) T1a otroia TeAikd Ba TOTT08€TNBOUV OF
Baktnplok& KUTTOPA WOTE va avamTuxBouv. Ta TPAPATA TOU YEVETIKOU UAIKOU
avTiypdgovtal KdBe @opd TTou Ta BakThpia avatrapdyovtal (auédvovtal o€ apiBuod)

TTapdyovrag €101 TTOAAG Opoia avtiypa@a DNA. 21n ouvéxela, 10 DNA oTOUg
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EMPEPOUG PBAKTNPIOKOUG KAWVOUG KOBETAl O€ OKOPN MIKPOTEPA KOMPATIA. Kdbe
KOMMATI £xel pAkog 500 Ceuyn BAoewv yia va gival dlaxelpioIgo KaTtd Tn diadikaoia TNG
aAAnAouxiong. AkoAoUBwG, Ta KOMPMPATIO TOTTOBETOUVTAlI PECA OE évav QOpEa TOU
oTroiou n aAAnAouxia eival yvwoTh (O0TTwg autr Twv PBaktnpiwv). APEow UETA,
UTTOKEIVTOI aAANAoUXION, &eKIVWVTAG WE TN YvwoTh aAAnAouxia Tou @opéa Kal
MeEAeTwvTOG TNV AyvwoTtn aAAnlouxia DNA TTou uTtdpxel. 2uvexifovrag Tng
aAAnAouxion, Ta PIKPA KOWMATIA TOU YEVETIKOU UAIKOU €vwvovTal dnPIoUpywvTag Ta
MeydAa koppdTia TTOoU €ixav TOTTOBeTnOei péca ota BACsS. AutTh n €mmavévwon
TTPAYMATOTTOIEITAl YE TR PorBeia  AOYIOUIKOU TIou PBPIOKETAI OE NAEKTPOVIKOUG
UTTOAOYIOTEG OI OTTOIOI YVWpPICouV Ta KoIVA TUAPATa (KolvéG aAAnAouyieg oTa didgopa
XpwpoowuaTa). TeAIKA, akoAouBwvtag Tnv apxikni xaptoypdenon, Ta HEYAAQ
KOMMATIO  ETTAVOOUVOPUOAOYOUVTAl  O€  XPWHUOOWHATA  ONUOTOd0TWVTAG TNV

oAokAfpwon TNG aAAnAouxiong Tou yovidiou.

H deUtepn oTparnyikn €ivalr yvwoTthi wg “‘whole-genome shotgun”. H pébodog
autn TepiAauBavel Tuxaia didotraocn aAAnAouxiwv DNA o€ TTOAAG JIKPA TUAMATA TA
OTTOIa ETTAVOCUVAPHOAOYOUVTal OTNV ApXIKf aAAnAouxia KOITWVTOG TTAVTA TA KOIVA
onueia (Baoer aAAnAouxiwv). To yovidiwua evog peydAou opyaviopou, OTTwG eival o
AavBpwtrog, eival 181aiTepa dUOKOAO va KAwvoTtroinBei, va aAAnAouxiBei kar va
emavaouvapuoAloynBei eCaitiog Tou pPeEYEBOUG TOU Kal TNG TTOAUTTAOKOTNTAG TNG
Kataokeung Tou. ‘ETol, n uéBodog “clone-by-clone”, Tapd tnv peBodikdTNTA KOl TNV
agloTToTia TToU TTPOCPEPEl, KabioTartal xpovoBopa yia TTEPITITWOEIS CAV QUTH TOU
avBpwTrivou yovidiwuatog. Me Tnv eu@davion TG «eBNVAS» aAAnAouxiong Kabwg Kai
ME TNV €CENIEN TWV TTPOYPAUUATWY TWV NAEKTPOVIKWY UTTOAOYIOTWY, Ol EPEUVNTEG
Bagifovral oTnv PéBodOo “‘Whole-genome shotgun” yia va AQvTIMETWTTIOOUV PEYOAUTEPQ
Kal 1o TTOAUTTAOKA Yovidla. H péBodog autr xpnoigoTtroindnke tmionua atmmo Tov Fred
Sanger Kal TOuG CUVEPYATEG TOU Yia TNV AAANAOUXION MIKPWYV YOVIOIWPATWY OTTWG
gival autd Twv 1V Kal Twv BakTnpiwv. Me ™ XpAon NG, TTOPAKAWTITOUPE TNV
XPOovoBopa xaptoypdenaon Kai TNV KAwvoTroinon TTou cuvavtaue otn uéBodo “clone-
by-clone”. ApxIkd, 0AOKANPo 10 yovidiwpa diaoTrdral o€ PIkpd Turuata DNA Ta oTroia
givar €toiga yia aAAnAouxion. Ta TuAuATa AQUTA QEPOUV TTOIKIAG UEYEDN Ta oTToia
Kupaivovtal ammd 2-20 kilobases (dnAadry 2.000-20.000 BP) €wg 200-300 kilobases
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(200.000-300.000 BP). Ta TuAuata auTtd utrtdkelivial o€ aAAnAouxion PE OKOTTO TOV
TTPOCdIOPIOPO TNG OEIPAG Twv PACEWV TOU YeEVETIKOU UANIKOU. 2Tn OUVEXEIQ,
ouvappoAoyouvTal Pe TN PBondeia TTPOYPOAUMATWY NAEKTPOVIKWY UTTOAOYIOTWYV T
OTTOia PTTOPOUV va Bpouv TIG KOIVEG aAAnAouxieg. MTTOpoUuE VO QAVTAOTOUNE TNV €V
AOyw pEBOdO ocav va TepayiCoupe TTOAATTAG  avtiypaga evog BiAiou (otnv
TTEPITITWON Pag auTd €ival TO yovIdiwpa), va AVOKATEUOUNE TO KOPUATIO AuTA PETAEU
TOUG Kal PETA va ouvappoAoyoUpe TTAAI TO apXIKO Keigevo (yovidiwpa) Bpiokovtag
KOMMATIO KEIMEVOU TTOU Eival KOIVA (ETTIKAAUTITOMEVA), EVWOVOVTAG TA KOMPMATIO AUTA

wWOoTE va dnuioupynBei To TTpwTATUTTO BIBAIO.

H uéBodog ‘whole-genome shotgun” xpnoigotroin®nke etmiong amoé tov Craig
Venter, 10puTt TNG 1I0IWTIKAG eTaipiag Celera Genomics, yia Tnv aAAnAouxion Tou
yovidiwpaTtog Tou avBpwTtrou. O Venter ABeAe va TpayuatoTtroifoel Tnv diadikacia Tng
aAAnAouxiong TaxuTtepa atrd TN dNPOcIa XPnUaTodoToUNEVN TTPOCTIABEIO Kal TTIOTEUE
OTI N MEBOSOC auTh ATaV 0 KAAUTEPOG TPOTTOC YyIa VA TTETUXEI TO OKOTTO Tou. la Tn
ouvappoAdynon Tng aAAnAouxiag, o Venter xpnoigotroinoce Ta dnuociwg diabéaiua
oToixeia NG peBOdou “clone-by-clone” amdé 10 Human Genome Project. ZApepa, Pe
TNV €EENIEN TNG TEXVOAoyiag, n péBodog “whole-genome shotgun” xpnolyoTrolgital yia
va BeATiwBei n akpifeia Twv uTTapXOvTwy AaAANAOUXIWV YOVIOIWPATWY (OTTWG TOu
avBpwTrivou). H a1rToc@AAPATWON KAl TO YEUIOPO TWV KEVWV Eival PEPIKEG ATTO TIG
XPNRoeIg TNG HEBGBOU yia TIGC aAAnAouxieg TTou dev ouvapuoAoyRbnkav cwoTtd (TTapd

TN XpHon Tng “clone-by-clone”).

KaBe pia 1Tpocéyyion €xel Ta BETIKA Kal Ta apvnTikA TnG. MNa mapddeiyua, n
pMéBodOG  “clone-by-clone” cival agiémoTtn aAAG apyr, Kai TO onuEio NG
xaptoypaenong utropei va atrodeixtei xpovoBopo. AvtiBeta, n pébodog “whole-
genome shotgun” gival duvnTikd ypnyopotepn OAAG eivar €€aipeTikd OUOKOAO va
ouvappoAoynBouv TOC0A MIKPA KOMUMATIO aAAnAouxiong povouidag. MapakdTtw Oa
€CETAOOUPE TTWG AKPIBWCS TTpayuaToTTolEiTal N aAAnNAoUXIOn TOU YEVETIKOU UAIKOU
MEOow TNG oTToiag 0dnyouuacTe TEAIKG 0TV AAANAOUXIOT TOU YOVISIWPATOGS (EQOCOV TO

EMOUPOUE).
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21n d1adikacoia TnG aAAnAouxiong Tou DNA XpnOIYOTTOIEITAI YIa TEXVIKH YVWOTA
WG NAEKTpOPOPNON MEOW TNG oTroiag dlaxwpifoupe koppdaria DNA Ta  oTtroia
OlI0QEPOUV O€ PAKOG KATA Wia HOVo BACT. TNV NAEKTPOPOPNOT), TO YEVETIKO UAIKO TO
OTTOI0 TTPOKEITAl va UTTOOTEl aAAnAouxion TotroBeTeiTal OTNV AKPN €vOG TCeEA (MIag
YEANG), MIOG «TTAGKAG» n uen TnNG oToiag polddel pe  Cedartivn. ApyoTepaq,
TOTTOBETOUVTAI NAEKTPOdIO O€ KABE AKPO autoUu TOUu TCEA dnuIOUPYWVTAG pPeUUdA
(KUKAwpa) K&vovTag Ta POPIa TOU YEVETIKOU UAIKOU va KivouvTal yéoa oTto TCeA. Ta
MIKPOTEPA POPIA KIVOUVTAI YPNYOPOTEPA UECT OTO UANIKO PE ATTOTEAECUQ TA POPIA TOU
DNA va diaxwpi¢ovtal o€ {wveg avaloya Pe To HEYEBOG Toug. To TTPORANua cival O
ME TN dladikaoia TnNG NAEKTpo@OPNONG MTTOPOUNE va dlaxwpiocoupe Trepitrou 500
Baoeig oe cageic (wves. Méxpl kal To TTéEpag Tou 1980, Ta OTOIXEIO TTOU TTPOEKUTITAV
atmd 10 T(eEA NAEKTPOPOPNONG ETTPETTE OTO TEAOG, META aTTO PEYAAN TTpooTrdbEla, va
dlaBaoTouv ammd Katrolov. KdBe KOPUATI TOU YEVETIKOU UAIKOU ouvaTtoTav Of Wi
padlevepyr TTAQKETA KAl OUECWG META KATAOKEUALOTAV MIa €IKOVA TOU TCEA MPE TN
BonBeia akTivwv X n otroia fonBouce 01O va yivouv eudIAKPITEG 01 BETEIS TwV (WVWV
Tou DNA. Méow TG avaAuong Twv YPOAPPWY KAl Twv OTHAWV TwV (WVWV Tou
YEVETIKOU UAIKOU, O ETTICTHAMOVAG UTTOpoUoE TEAIKA va TTpoadlopioel TNV aAAnAouxia
Tou DNA. O1wg yivetal avtiAnTTo, n diadikaoia auTth ATav apyn, €TTITTOvVN Kal ouxvd

YEUATN ME OQAAUQTA.

2AMEPQ, Ta geyxelpruaTa aAAnAouxiong DNA supeiag KAiJaKag TTou eKTeEAOUVTAI,
Ba Arav aduvarto va uAoTroinBouv Xwpeig Ta Pnxaviuata autopatns aAAnAouxiong
DNA. Ta unxaviuarta autd dpxioav va gival utropika diaBéaiya ota T€An Tou 1980
Kal €xouv Kavel Tn diadikacia aAAnAouxiong TTOAU M0 ypriyopn Kai TTOAU TTIO
aglomoTtn. MNa va karaAdBoupe TNV TaxUTNTa AAANAOUXIONG OPKEI VO OKEPTOUWE OTI
évag AvBpwTtrog ptTopEi va TTapdyel pia oAokAnpwpévn aAAnAouxia atroTeAOUNEVN
atmé 20.000-50.000 Bdoeic oe didoTnua ico Tou €vog xpovou. MAEov, Eva unxdvnua
pTTOpPEl va ekTeAEDEl Tnv idIa diadikacia o€ didoTnua Aiywv wpwyv. Ta TTEPICOOTEPO
MNxavApaTa autépaTng aAAnAouxiong cival oxedlaopéva Pe TPOTTO BACIOPEVO OTNV
TTPWTOTUTTN, XElpokivnTn dladikacia aAAnAouxiong. MNa Tn Xprion Tou PnXavAuaTtog,
€vag TeEXVIKOG ToTToOEeTEl TCeEN avapeoa o dU0 YUdAiveg TTAAKEG Ol OTTOIEG ATTEXOUV

METAEU TOUG AIYOTEPO ATTO PICO XINIOOTO. AUECOWG META, TO YEVETIKO UAIKO TOTTOBETEITAI
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o€ KABe pia atrd TIG dIadPOoUEG TTou £xouv oxnUaTioTei. O1 dladpopéG auTéG £Xouv
pnkog Trepitrou 30 ekarooTd. KaBwg Ta koppdTtia Tou DNA KivouvTtal yéoa oTo TCEA, TO
Mnxavnua diapadel T ocipd Twv Bdoewv Tou DNA Kal atrofnkevel Tnv TTANpo@opia

auTh OTN PVAN TOU UTTOAOYIOTA TOU.

2& KATTOIEC aKOUN TTIO VEEC PNXAVES, YVWOTEC Kal we capillary’ sequencers, To
YEVETIKO UAIKO KIVEITAI TTAEOV O€ HIa ouaToiXia atro TTOAU AETTTOUG, YUAAIVOUG OCWARVEG
YEMATOUG pE TCeA. OTTWG KAl OTA pnxaviuata Pe TIG YUAAiveg TTAGKeG, ol capillary
sequencers diapafouv TNG aAAnAouxia Twv BAcewv KOBWGS TO YEVETIKO UAIKO KIVEITaI
péoa oTo TCeA. H TaxutnTa pe Tnv otroia ekTeAouv Tn dladikaoia aAAnAouxiong eival
QITTAGOIa aTTO TRV TAXUTNTA TWV INXAVARATWY TToU @EPouV YUAAIVEG TTAAKEG. ETTiong,
gival evieAwg autovoua agou n dladikaoia ToTToBETNONG TOU YEVETIKOU UAIKOU péoa
OTOUG OWARVEG YiVETAlI YE TN XPAON POMTIOTIKOU PBpaxiova. AKOun, oI CWANVES Tou
MNXavAPOTOS YeUiCouv autoparta pe TCeA evw n idla n pnxavh autokaBapileTal WoTe

va gival €Toiun yia TNV €TOPeEVN aAAnAouxion. AUTEG ol

1I010TNTEG  KABIoTOUV TNV avBpwTrivn  TTapéupBaon "\;\ J{:

eAGXIOTN, AQoU €ival ATTAPAITATN POVO OTIC TTEPITITWOEIC Y
YEMIOPATOG TNG PNXAVAG ME TCEA, vEPO 1) OTTOIOONTIOTE
AAAo dIdAupa KpiveTal ATTAPAITNTO YIO AUTAV WOTE vad Ewova 3.1 OF OwAivee
Aeitoupynoel. A&iCel va onueiwBei 611 ota peyala €pya  Capillary.

aAANAOUXIONG  YEVETIKOU UAIKOU  XPNOIYOTTOIOUVTAl OUVOUOOTIKA Kal Ta  OUOo
TTpoava@epBEvTa unxavriuarta. MNMwg duwg pia pnxavh aAAnAouxiong yvwpilel ToTe

Mia Baon atroteAei adevivn, kutoaivn, youavivn fj Bupivn;

O1 unxavég aAAnAouxiong &€ uptropouv va diapdacouv TIG alwTouxes Bdoeig
aueoa. ‘ETol, Ol €MOTAPOVEG TTPETTEI TTPWTA VA EKTEAEOOUV €va TTEPITTAOKO GUVOAO
O100IKACIWY WOTE TO YEVETIKO UAIKO va TTPOETOINAOTEN yia aAAnAouxion. Mpiv uttooTEi
aAAnAouxion, €va kKoppdati DNA avTiypA@eTal OPKETEC QOPEG, VW OTN OUVEXEID
Xwpiletal o TE00EPIC OUAdEG (DECUEG) YE OKOTTO va TTPOETOINOOTEN yIO TTEPAITEPW
avTiypa®@r. 210 OeUTEPO TTEPACHA, MIKPH TTOCOTNTA OTTO HI XNUIKA TPOTTOTTOINUEVN

alwTtouxa Bdaon TpooTiBeTal o€ KABE oudda. AnAadn, oTn Pia oudda TOTTOBETOUUE MIa

7 Ovopudadovtal €101 8I0TI TO PEYEBAG Toug gival dUoIo PE To PEyEBOG pIag avBpwTTivng TPIXaG.

42 a6 73



MruxiokA epyacia Tou @oITnTA KOTpWwTolou ZwTrhipiou

XNUIKG Tpotrotroinuévn Bupivn, otnv AAAN o XNMIKA
TpotroTroiNuévn  adevivn  kal  oUTw  kaBeggng. H
EVOWMNATWON MIAG €K TwV  XNMIKA TPOTTOTTOINUEVWY
alwtouxwv PBdoewv oe éva popio DNA €xel oav
aTToTEAEOHA TN BIAKOTTA TNG AVATITUENG TNG aAucidag Twv
Baoewv. TeNkd, pia opdda DNA Ba TTepIEXEl TO KOPUATIA
TOU YEVETIKOU UAIKOU TTou TeAelwwvouv o€ T, pia GAAn Ba
TTEPIEXEI TA KOUUATIA TTOU TEAEILWVOUV O€ A, n €TOuevn Ba
TTEPIEXEI TA KOUPATIA TTOU TEAEIWVOUV 0 G Kal N TETAPTN
Ba TTepIEXEl TO KOMUMPATIA TTOU TeAelwvouv oe C. 21N
0euTepn @ACN aAvTIypa®ng, TTPOOTIOETal pIa OIOQOPETIKN

@Bopidouca xpwaoTikr oe kKABe oudda DNA. ‘ETol, KGBE

w5 omsionyy KOUMATI  YEVETIKOU UAIKOU TTou TeAelwvel o€ T €xel
Eikéva 3.2: Or oudadeg DNA

EXWPIOTO XPWHA aTTO TA KOUUATIO TTOU TEAEIWVOUV PE Hia
ToU TTapadsiyuarog. §EXwWP Xpwu 91Y hE W

€K Twv UTToAoITTwWV TpIWV Pdoewv. To TTAPAKATW

TTapddelyua Ba pag Bonbnoel va kataAdBouue Tn diadikacia KaAUTeEPQ.

A¢ uttoBéooupe OTI ekTEAOUPE Tnv Trapatmdvw Oladikacia oTtn aAAnAouxia
TAGACT. Z10 T€AOG TNG deUTEPNG PACNG TNG AVTIYPAPS KABE oudda Ba TTePIEXEl TA
akOAouBa KouuaTIa YEVETIKOU UAIKOU OTa oTroia Ba dwoouue Ta akOAouba xpwuarta

(http://lwww.genomenewsnetwork.org/resources/whats a genome/Chp2 2.shtml):

o T - ptrAe Xpwua, TAGACT > UTTAE XpWHQ.

e TA = KOKKIVO Xpwua, TAGA = KOKKIVO Xpwua.
e TAG - KiTpIVO Xpwua.

e TAGAC - 1TpAoIvo Xpwuda.

2€ €va owAnvaplo piag pnxavig aAAnAouxiong PeTapaivel YEVETIKO UAIKO Kal
atmmo TIG TEOOEPIG OPAdEG. ETreIdr), OTTwG TTpoavagEpape, Ta PIKPOTEPA Popia DNA
METAKIVOUVTal pEOA OTO TCEA TTIO ypriyopd, TA KOMMATIO YEVETIKOU UAIKOU TTou
dlaoxiCouv 1O TCEA eival OAO Kal TTO peEyGAa o€ PRKog. Ma Tnv akpifeia gival
MeEyaAUTeEpa KaTd pia alwTtouxa BdAon. ZTO CUYKEKPIUEVO TTAPAdEIYUA, TO TTPWTO

KOMuaT TTou dlaoyidel To TCeA gival pia Bupivn (T = PTTAE). To €TTOPEVO KOPMATI €ival N
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R aMnAouxia TA = KOKKIVO. AUEOWG PETA

TAGACTA | akoAouBei n aAAnAouxia TAG -> KiTpivo.

TAGACT_ -

TAGAC- H eméuevn akoAoubia civar n TAGA >
o] -

T ] . _ ' KOKKIVO Kal oUTw KaBegng. Kabwg Ta

J - TMAMOTA  YEVETIKOU UAIKOU avaduovTal
FINISHED SEQUENCE

atro 1o TCEA, Trepvave atrd éva A€ICep TO
Mary 5. Gibks (GMNNY

Eikéva 3.3: H diadikaoia mc aviyvevonc OTIOIO KAVEI TA HOPIA TTOU PEPOUV XPWATIKA

Twv faoEwy. va @Bopilouv. ‘Evag avixveuTric diapadel To

XPWHA TOU KABE @OOPIOUOU eV ANECWS PETA, Eva €10IKO AOYIOUIKO avalaupavel va
TAIPIAEEI TO XPWHO HE TNV avrtiotoixn alwTouxa Pdacn. Me tov TpOTTO QUTO, N
aAAnAouxia peyoAwvel Baon-paon. KaBe akoAouBia 1Tou TTapdyetal amd Tn unxavn

aAAnAouxiong kai atroTteAcital atmo Trepitrou 500 Bdoeig, ovopddeTal ‘read”.

Katd 10 mé€pag Tng diadikaoiag aAAnAouxiong, e¢épxeTal atrd TN pnxavy auto
TTOU Ol ETTIOTAPOVEG ovopalouv ‘fraw” sequence (akaTéEpyaoTn aAAnAouyia). Ztnv
raw” sequence, Ta ‘reads” ival OAa PTTEPdEPEVA PHETAEU TOUG OTTWG €ival T KOPUATIA
evog TTalA Tou oTToiou TO KOuTi POAIG avoiXTnke. Avatmmogeukta, n ‘raw” sequence
TTEPIEXEI KATTOIO KeVA KaABWG Kal KAtoleg aocdgeieg. AkoAoubei n  diadikacia
TEPMATIONOU, N oTroia avaAapBdvel va cuvapuoAoynoel TIG NIKPEG aAAnAouyiec o€ pia
MeYAAn, ouvexy aAAnAouxia Xwpic kevd kal AGBn. H diadikacia TepPATIOUOU
TTepIAauBavel TOO0 TN CuvapPOAOynOn, OTTOU Ta ETMIPEPOUS ‘reads” evwovovTal JE TN
OwaoTn o€Ipd o€ Pia ouvex aAAnAouxia, 600 Kal TNV eKTEAEON VOGS DITTAOU EAEYXOU O
OTT0i0G¢ aTrookoTrei oTnv eEaAeiwn AaBwv kai kevwv. H diadikaoia TepuaTiopou

ouviRBwg dlapkKei TTEPICCOTEPO Kal ATTo TRV idla TV AAANAOUXIOT TOU YEVETIKOU UAIKOU.

3.3 H ocuupBoAn tnc NMAnpo@opIKAC OTNV EMICTAMUN TNC

B1omTAnpo@opIKAC

H xprion Twv nAekTpovIKWV UTTOAOYIOTWV Kal TNG MAnpo@opikig divel oToug
EMOTAPOVEG TTANBWPA duVATOTATWY OGOV aPopd T dlaxeipion Twv aAAnAouxiwy. H
onuavTikeTePN €€ autwy gival n otoixion (alignment) 1 aAAiOG oUYKpPIoN (WPAXVOVTAG

TV OhoIOTATA) TWV dIaPOpwV PioAoyiKwy aAAnAouxiwv. Mpiv ava@epBouue o€ auTh
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TN Oladikacia Opwe, Ba TTpéTrel va Ppoune €vav TPOTTO WOTE VA OUVOEOOUUE TO

KOMMATI TNG BIoAoyiag ue auto TNG TTANPOYPOPIKAG.

3.3.1 Arro@nksuon Twyv aAAnAouXIwV O NAEKTPOVIKO UTTOAOVIOTA

H mAnpogopia piag aAAnAouxiag atmmoBnkeUeTal oToV NAEKTPOVIKO UTTOAOYIOTH
oav €va oUvoAo atrd ATTAEG YPAUMEG QTTOTEAOUMEVEG ATTO XAPOKTAPES Ol OTTOIES
ovopalovtal oupBolooclpEg (strings). O1 cupBOAOCEIPEG QUTEG Eival TTAOPOUOIES HE TIG
oupBoAooelpég TToU gu@avidovial OTo TEPMUATIKO (00d6vn) evog uttoAoyioTr (OTTWG
eMavietal yia TTapadelyua éva Keipevo). KaBe xapakTApag ammobnkeveTal o€ dUadIKO
KWOIKA OTN MIKPOTEPN Movada pvhung, 1o byte. KaBe byte armroteAesital ammd 8 bit, pe
KAO¢ bit va ptropei va mépel iy 0 4 1, Tapayovtag €101 256 MBavoug ouvduaououd.
KaBévag atrd Toug ouvduaopoug €xel To BIKO Tou Ic0duvapo otov Trivaka ASCIIL. TNa
TTapadeiyua, katroleg ASCII Tipég xapaktnpi¢ovtal wg keyboard characters evw GAAeg
w¢g special control characters, omwg ¢€ivar o end-of-file character o oToiog
onuartodoTei To TEAOG evOg apxeiou Kelpévou. ‘Eva apyeio ammoteAoUPeEVO POvo atrd
xapaktipes ASCII ovouddetal apxeio ASCII (ASCII file). MNa Adyoug eukoAiag, OAeG ol
OUAdIKEG TINEG MTTOPOUV Va ypa@ouv oe dekaeCadikr JopPn, N OTToia AvTIOTOIXE OTN
OIKAl pag Oekadik pop@r pe Toug apiBuoug atmd 0 €éwg 9 ouv Ta ypduuata Tou
AaTivikou aA@aBAtou attd A €wg F. Zuvemmwg, 1o dekae¢adikd OF avTioToixei oTo
Ouadik6 0000 1111 kai To dekadiko 15, kal To FF avtioToixei oto duadikd 1111 1111
Kal 10 Oekadikd 255. ZuptrepaocuaTikd, pia aAAnAouxia DNA atroBnkeveTal Kal

dlaBadceTal cav pia ogipd 8-bit Aégewv oTnv TTapatTavw duadikr) JOPPH.

Mpotou xpnoiuotroinBei éva apxeio aAAnAouxiag (sequence file) oe éva
TTPOYpauuUa avaluong aAAnAouxiwy, eival avaykaio va BeBaiwBoupe OTI TO apxeio
QUTO TTEPIEXEI POVO XOPAKTAPES aAAnAouxiag xwpig €TTITTAéOV €10IKOUG XAPOKTPES
(special characters) T1ou xpnoigoTtroloUvTal aTd Toug OIAPOPOUC ETTECEPYQOTEG
KeluéEvou (text editors). ‘Evag TTepITTOC XAPAKTAPAG MTTOPE va dnuioupyroel TTpoBAnua
oTn ouvoxn evog sequence file. MNa Tov Adyo autdv, o1 dIAPOPOI ETTEEEPYATTEC
KEINEVOU TTAPEXOUV T duvaTtdTnTa QTTOBNKEUONG apXEiwv Ta OTToia atroTeAoUVTAI
povo atrd ASCIl xapaktipeg. Movo T1étolou €idoug apxeia eival katdAAnAa yia

emegepyaocia amd Ta didpopa TTpoypduuara avaAuons aAAnAouxiwv. ETttiong, Ta
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apxeia aAAnAouxiong Trou dev TrepIEXouv ASCIl XapOKTAPEG UTTAPXE! TTEPITITWON va
MNV UTTOPOUV VO PETAQEPBOUV OwoTd amd pnxavr) o€ pnxavr) (UttoAoyioTr)
TTPOKAAWVTAG OTTPORBAETITN CUPTTEPIPOPAE TOU AOYIOMIKOU ETTIKOIVWVIOG HETAEU Twv
OUO pnxavwy. Kdamolia amd T1a AOYIOPIKA ETTIKOIVWVIOG WTTOPOUV va puBuicTouv
KAatdAANAa woTe va ayvoouv Ta Otrola AdOn. ‘Eva T€Tol0 TTAPAdEIYUO ATTOTEAEI TO

TTPWTOKOANO FTP.

‘Exovtag €getdoel Tov TPOTTO OUVOEONG TNG PBloAoyiag Pe Tnv TTANPOQOPIKA
MTTOPOUNE TTAEOV VA €PEUVIIOOUNE TRV BIAdIKATIa OTOIXIONG TwV dIAPOPWV BIOAOYIKWV

aAAnAouxIwv.

3.3.2 210ix10nN aAAnAouxiwv

Me Tov O6po ZToixion AANAnAouxiwyv gvvoeital n diadikaoia ouykpiong duo (pair-
wise alignment) i TrepilocdTepwy (multiple sequence alignment) aAAnAouxiwv OTIG
oTroie¢ avalnTtdue Mo akoAouBia atrd ATOMIKOUG XOPAKTAPES 1 atrd TTPoTUTTa
XOAPOKTAPWY Ol OTTOI0l EVTOTTICOVTAI JE TNV idIA OEIPA OTIG OCUYKPIVOUEVEG AAANAOUXIEG.
Na va yivel o KatavonTtd, @QAVTOOTEITE MIa OeANida OTTOU Ol OUYKPIVOUEVEG
aAANAoOUXiEG €ival YPOUUEVEG N Mia KATw aTTd TNV GAAN O€ EEXWPIOTEG YPOAUMES (rows).
MavouoléTuUTTOIl ) TTAPOUOIOI XOPAKTAPES TOTTOBETOUVTAI OTNYV id1a 0TAAN (column) evw
Ol QVOMOIOl XOAPOKTAPEG MTTOPOUV €iTe va TOTTOBETNBOUV 0T OTAAN Tou NAdN
BpiokovTal, uttodeikvuovTag Tnv avavTioTtoixia (mismatch), 1 va TommoBeTnOoUuV
armévavtl atrd €va Kevd (gap) TTou UTTApxel oTnv GAAN aAAnAouxia. Ze pia BEATIOTN
euBuypdpuion (oToixion), oI avOUOoIOI XOPAKTAPES KAl TA KEVA TOTTOOETOUVTAI [E TETOIO
TPOTTO WOTE VA TTPOKUYWOUV 000 TO duvaTOV TTEPICOOTEPA TAIPIACHUATA XOPAKTHPWV
OTIG OTAAEG PETAEU Twv dUO aAAnAouxiwv. H diadikacia TG euBuypduuiong otnpidetal
oe OlIaQopous TTivakeG (score matrices) ol otroiol BaBuoAoyolv TIGC OMOIOTNTEG
(matches), TIC OlI0QOpPEC Kal Ta KevA METAEU OUO diadoxikwy cuuBoAwv. Ol
aAAnAouxieg TTou euBuypaupifovral GUECA PE AUTOV TOV TPOTTO UTTOPOUME VA TTOUME

OTI €ival OOIEG.

3.3.3 Zroixyion {suyouc aAAnAouyiwyv (Pair — Wise Alignment)

H oToixion dUo aAAnAouxiwy TTpayuaToTToIEiTal JE TIG akOAoUBEeG ueBSdOUG:
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e Dot matrix analysis.

e The dynamic programming (DP) algorithm.

e Word or k-tuple method. H péBodog aut XpnoIUOTTOIEITAI KUPIWG aTTd
TTpoypduuarta Tuttou FASTA kai BLAST T1a otroia oxetiCovral pe BACEIS

Oedopévwy. Oa ava@epBoUPE OE QUTH OTO ETTOUEVO KEPAAAIO.

3.3.3.1 Dot matrix analysis

H p€éBodog n otroia TTPETTEl va XPNOIKOTIOIEITAI TTPWTA YIA TNV €UBUYPAUMION
OUO0 aAAnAouxiwy, €KTOG Kal av ol aAANAOUXIEG gival yvwaoTO OTI gival OPOIEG, €ival N
MEBoBOG dot matrix. H pébodog¢ auth avarrapiotd kaBe mlavr) oToixion cav Hia
dlaywVIO OTOV TTiVOKQO TTOU ONUIOUPYEITAI JETAEU TWV OUYKPIVOUEVWY aAAnAouxiwy. H
idl0 HEBODOG PTTOPEI EUKOAQ va EVTOTTIOEI TIG OTTOIEG E1I0AYWYES/DIaYPAPES KOBWG Kal

TIG AUEDEG N TIG AVECTPAUMEVES ETTAVAAAWYEIG OTIG DIAPOPES AAANAOUXIEG.

Na va ekteAéooupe Tn diadikacia, n pia aAAnAouxia (ag Tnv ovoudooupuE
aAAnAouxia X) ypageTal opilovTia aTnv Kopu®n (€ite autd gival 0Bovn €ite gival xapTi)
evw n deuTepn (ag TNV ovopdoouue aAAnAouxia Y) ypa@etal KABETA OTO APIOTEPO
MEPOG. =ZEKIVAPE ME TOV TIPWTO XAPOKTAPA TNG aAAnAouxiag Y Kal KIVOUUOOTE
opIovTIa OoTNnV idla ypauur TOTTOBETWVTOG MI TEAEIQ OTIC OTAAEG OTIG OTIOIEG O
XapakTApag NG Y eival idiog pe autov NG aAAnAouyiag X (Bupilel Toug d10dIGCTATOUG
TTIVAKES TNG TTANPOPOPIKNG). ZUVEXICOUUE WE TOV BEUTEPO XAPOAKTIPA TNG aAAnAouxiag
Y TOV OTT0i0 CUYKPIVOUNE UE OAOKANPN TV aAAnAouxia X TOTTOBETWVTOG Lava TeAgia
OTIG TTEPITITWOEIG opoIOTNTAG. H idia diadikaoia TTpayuaToTTOIEITal MEXPI VA YEMIOEI N
0046vn, 1} To XapTi, TEAEIEG 01 OTTOIEC avaTTapIoTOUV OAa Ta TBavd matches petalu Twv
OUuo aAAnAouxiwv. KdaBe TTepioxn (region) oTnv oTroia Trapartnpeital opoidTnTa Eival
EM@avnS Aoyw TnG dlaywviou TTou €xel oxnuaTioTel atmod TG TeAgieg. O1 TeEAgieg TTOU dev
Bpiokovtal TTAvw oTn OlAYyWVIO TIOU €XEl OXNMATIOTEN  UTTOONAWVOUV  TUXAiES

OMOIOTNTEC OI OTTOIEC CUVABWG OV €ival ONUAVTIKEG.

3.3.3.2 Dynamic programming algorithm

‘Evag aAyopiBuog duvapikoU TTPOYPAPMATIONOU €ival PIo ECAIPETIKA ONUAVTIKA
UTTOAOYIOTIKA PEBODOG euBuypauuIong aAAnAouxiwy BIOTI Pag TTaPEXEN TV BEATIOTN

euBuypdapuion PeTagu dUo aAAnAouxiwv. YTTdpyxouv d1a@opa TTPoYPAUUATA KABWGS Kal
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websites Ta otroia Baciovral oTov QUVAUIKO TTPOYPANUATIONO YIO VA EKTEAECOUV [Ia

TETOIOU €id0OUG dIadikaaia.

H péBodog ouykpivel KABE Ceuydpl XApPAKTHPWY avaueca o€ dUo aAAnAouxieg
Kal TTapdyel TN BEATIOTN euBuypdpuion. O aAyépiBuog diaxelpiCeTal Ta matches, Ta
mismatches Kal Ta gaps WOoTE va TTETUXEI TOV HEYOAUTEPO aPIBUO OUOIOTATWY PETAGU
TwV oAAnAouxiwv. Baoikd XapakTnpioTIKO Tou aAyopiBuou egival OTI «OTTAE» €va
MeyaAo TTpéBAnua (To otroio BEAEI TTOAAOUG UTTOAOYIOHOUG Yia va AuBEei) o€ pIKpOTEPQ
TTPOBAAPATA TWV OTTOIWY N AUoN €mMTUYXAVETAI EUKOAOTEPA. To dBpoIoUa AUTWV TwV
MIKpWV TTPORANUATWY Bivel TEAIKA T Auon Tou peydAou. H 6An diadikacia o€ yeVIKEG
YPOUMEG gival n €EAG: oI dUo aAAnAouxieg, €0TwW A PE N XAPOKTAPES Kal B pe m
XOPAKTAPEG, ToTToBETOUVTAI O€ évav Trivaka Table n*m pe otoixeia Table(i,j). KaBe
OTOIXEIO TOU TTivaka €ival N TIUA TOU Score yia TNV KAAUTEPN OTOIXION MEXPI TO OTOIXEIO
Ai kai Bj. OuolooTikd, XpnoigoTtroloupe TV PEBOdO dot matrix TOTTOBETWVTAG
apIBuNTIKEG TINEG avTi yia TeAeieg. ['vwpifovtag Ta oToixeia Table(i-1,j-1), Table(i-1,j)
kal Table(i,j-1) uTropoupe KABe opd va utroloyiCouue 10 oToixeio Table(i,j). AnAadn,
yvwpifovtag auTd Ta 3 YEITOVIKA OTOoIXEia YTTOPOUME va uttoAoyifoupe KABe @opd TO
otoixeio Table(i,j). ZnuUavtiké pOAo OTnv €UPECn TOU €KACTOTE OTOIXEIOU TTai(OUV
€TTiong 1600 n €TMAOYI TOU CUCTAHPATOG TOU Score 000 Kal N ouvapTnon TTOIVAG YIa
éva moavo kevo. MNMpoeavwg, KABe un dlaywvia PETAROCN onuaivel el0aywyr] Kevou
o€ Jia atd TIG dUo aAAnAouxies. ‘Exovrag utroAoyioel OAa Ta OToIXEia TOU TTivaKda,
MTTOPOUME KIVOUMEVOI TTPOG TA TTiOW va Bpouue TNV KaAutepn duvarth oToixion (ue

Baon 10 TEAIKO score) Twv dUo aAAnAouxiwy.

3.3.4 MoAAamrAn oroixion aAAnAouyiwyv (Multiple Sequence Alignment)

‘Exovtag KaTaoTAOEl €QIKTA TNV €uBuypdupion dUo aAAnAouxiwv, eUAoya
AvopWTIETAI Kaveic edv Ba pTTopouce va ekTeAéoel katrola diadikaoia yia aToixion
TTEPICTOTEPWY TWV OUO aAAnAouxiwv. H diadikacia autr) emTuyxdveralr {ava pe n
MEBOSO TOU BUVANIKOU TTPOYPANPATIONOU. H TTOAAATTAR OTOiXION XPENOIYOTTOIEITAI TIG
TTEPICOOTEPEG QPOPES YIa €UBUYPAPUIoNn TTPWTEIVIKWY aAAnAouxiwy. Map’ éAa autd
Bpiokel eQapuoyn Kal O€ TTEPITTTWOEIS VOUKAEOTIOIKWY aAAnAouxiwyv. Otrwg eidaue

TTPONYOUNEVWG, OTNV TTEPITITWON Twv OU0 aAAnAouxiwy, TOOO n oToiXIon 600 Kal N
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OTITIKOTTOINON a1TOTEAOUV OXETIKA €UKOAQ BApaTta. Ooco Ouwg peyaAwvel o apiBudg
TwV aAAnAouxIwv TO00 dUOKOAEUOUV Ta TTpAyuaTa. [Na TTapddelyua, oTnV TTEPITITWON
eubuypdpuiong 3 aAAnAouxiwyv n TTOAAQTTAR) OTOIXION QVTIOTOIXEI OTNV €UPECN TOU
BEATIOTOU povoTTaTiou o€ €vav TPIodIAoTaTo TTivaka (KUBo) TTAEov, OTTou o1 £BPEG TOU
atmroTeAOUV  TOUG TTIVOKEG TIOU  AVTIOTOIXOUV OTIG KATA CeUyn OTOIXIOEIS TwV
aAAnAouxiwyv. lMpogavwg, n TPooBdrikn OAo Kal TTEPIcCOTEPWY aAANAOUXIWYV OTN
dladikaoia TNG TTOANATTARG OTOIXIONG QTTQITEl KAl TTEPIOOOTEPEG OIAOTACEIG OTOV
Tivaka. ETriong, n ouvdptnon Tou score, n otoia Ba kpivel Trola gival n BEATIOTN
otoixion ge Bdon Tavra Ta matches, Ta mismatches kair Ta gaps, 8a TpETEl va
TTPOCOPUOCTEI OTNV €KAOTOTE TIEPITITWON. O o yvwoTdg TPOTTOG TTOAAATTARG
oToixiong aAAnAouxiwv €ival n otoixion Katd {euyn ME OAoOug Toug TTBavoug
ouvduaopoug Ceuywyv. Kal g auTAv TNV TTEPITITWOoN QuUOIKG Baci{éuaoTe OTOV TTivaka

TTOU TTPOKUTITEI ATTO TNV dot matrix analysis.

3.3.4.1 MNMpoodeurikn TOAAQITAR oToixion aAAnAouyiwy (Progressive Multiple

Sequence Alighment)

H mo yvwot) eupioTik (heuristic) péBodog n oTtroia XPNOIYOTIOIEITAl VIO
TTOANQTTA oToixXIon €ival n uéBodog progressive multiple alignment. Z0u@wva Pe autn
TN YEBODO, n oToiXIoON TWV AAANAOUXIWYV YIVETAI TTPOOBEUTIKA EEKIVWVTAS aTTO dUO
aAAnAouxieg (auTég TTou TTAPOUCIACOUV T PJEYOAUTEPN OPOIOTNTA) PETAEU TWV OTTOIWV
yivetal TTpooTrddeia va emTeuxBei n PBEATIOTN OTOIXION. TN OUVEXEIQ TTPOCOETOUNE
OTadIOKA OTN OTOIXION Mia-pia TIG UTTOAOITTEG AAANAOUXiIES. Av Kal £XOUV TTAPOUCIACTEI
TTOAAEC TTapaAAayEG TNG HEBOBOU aTTd TIC apxES TNG dekaeTiag Tou 1980, n yeviknA 10€a
TNG TTPOOJEUTIKAG TTOAAQTTANG oOToiXiong Ommwg dlaTutmwenke atd Toug Feng Kai

Doolittle To 1987 (Feng & Doolittle, 1987) trepiAauBdvel Ta TTaOpaKATW BAMOTA:

o ApXIKEG KT {euyn oToIXiOEIC OAWY TwV AKOAOUBIWV.

e Anuioupyia TTivaka aTTOOTACEWV Kal VOGS dévdpou odnyou (guide tree),
otTou Ta QUAAa Ba eival o1 aAAnAouxieg, pe Bdon TIGC kKaTd Ceuyn
OTOIXIOEIG.

e [1poodeuTiKr) aTOIXION TWV O OPOoIWY aAANAouxIwyY PETAEU TOUG, MEXPI
TEAOUG.
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OT1wg ava@EéPaPE TTPONYOUREVWG TA BriaTa AuTd £XOUV TTPAYHATOTTOINGEI PE
OIAQOopPEG KATA KalpoUg TTapallayEg. MNa TTapddelyha, O apXIKEG OTOIXIOEIG PETAEU
TwV AAANAOUXIWV 1} Ol EUBUYPAUMIOEIC METOEU TWV ATTOTEAECHATWY TWV OTOIXIOEWV
(TTPoOdEUTIKA OTOIXIoON) MTTOPOUV va Yivouv HE TNV aAyoplBuikr PBoriBeia Tou
QUVAUIKOU TTpoypauMaTIonoU. To 8évdpo 0dnyog Ba putropouce va dnuioupynOei Ye T
BorBeia aAyopiBuwv pnxavikng padnong ol otroiol BonBouv oTnv opadoTroinon

(clustering) pe Bdon Tnv opoIdTNTA.

3.3.4.2 EravaAnmrriki mToAAammAn oroixion aAAnAouyiwy (lterative Multiple

Sequence Alignment)

H Baoiki 16éa TnG €mavaAnTITIKAG TTOAAQTTANG OTOIXIoONG €ival OUCIOOTIKA N
BeAtiwon Tng TIPOOdEUTIKAG TTOANATTAAG OTOIXIONG TTOU  TTPOAVOQEPAMNE. 2TNV
TTPOOBEUTIKI) TTOAAATTAR OTOiXIoN €ival TBavo va TTpoKUWouv KATToIa O@AAPaTa (TT.X.
XOauNAG score) OTIGC apxIkEG ouyKkpioelg €1dIK& €Av ol aAAnAouxieg TTou cuykpivovTal
gival pakpivd ouyyevikéG. Autd Ta TmBava AdBn B6a troAAamrAacialovral Katd Tn
dldpkela TNG DIABIKACIAG TNG TTPOOBEUTIKNG TTOAAATTARG oToiXIong. H emmavaAnTITikn
TTOAQTTAR oToixion avoAauBdvel va dlopBwoel autd Ta AGBn ETMOTPEPOVTAG OE
TTPONYOUNEVESG OTOIXIOEIC CeuywV 1 TTOAAQTTAEG UTTOOTOIXIOEIG ETTAVAAQUBAVOVTAG TN

O10dIKaCia TTPOKEIMEVOU VA TTETUXEI TO KOAUTEPO CUVOAIKO SCOre OToixXIong.

3.3.5 OAIkn oroiyxion aAAnAouyiwv — AAyopiBuoc Needleman and Wunsch

21NV oAk oToixion (global alignment), n oToixion yivetar o€ 6Ao TO TTEdIO TNG
aAAnAouxiag kal cuptrepIAapBavel 600 To duvaTdv TTEPICOOTEPA TaIPIaoTA Celyn
avapeoa oTIS ouykpivoueveg aAAnAouxieg. Or aAAnAouxieg autég pTTopEi va givai €ite
VOUKAEOTIOIKEG €iTe TTPWTEIVIKEG. H OAIKy oToixion PonBdsl Toug ETTIOTAUOVEG va
BydAouv cuptTEpdopaTa OXETIKA PE TTIOAVA €CENIKTIKN 1 AEITOUPYIKH) oX€on YETAEU dUO
N mepIooo0TEPWY aAAnAouxiwyv. O 1o yvwoTOS aAyopIiBUog yia OAIKA oToixion eivai
autog Twv Needleman and Wunsch (Needleman & Wunsch, 1970). 20p@wva Pe ToV

aAy6piBuo auTtd, To score KaBe KeAIOU utToAoyileTal UE TOV AVADPOMIKO TUTTO:

FG, )=max{F(i—1,j— 1 +s(x,y;),Fi—1,))—d,F(i,j — 1) — d} (3.1)
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H 1y yia 10 KGTw O€CIG OTOIXEIO TOU TTiVOKA €ival € opiohoU TO Score yia Tnv
KaAUTEPN duvartr OTOIXION, EVW YIA TNV APXIKOTIoiNON TNG TTPWTNG OTAHANG Kal TNG
TTPWTNG YPAPPNAG, éxoupe F(i,0)=-id kai F(0,)=-jd avtioToixa. Eav ekivijoouue pia
avadpopn (recursion) amd 1o KATW Oe€IG OTOIXEIO TOU TTiVOKA aKOAouBwvTag KAOE
@opd Ta PEYIOTA €VTOTTICOUNE OIya-olya 1n BEATIOTN dladpoury, dnAadr Tn BEATIOTN
otoixion. Me 71O akoAouBo Tapddelypya Oa ekabapiooupe Aiyo KaAuTepa T

TTpAyuaTa.

MNapadeiyua 3.1 (Waterman, 1995)

‘EoTw Aoitrév Ot €xoupe TIG akOAouBeg aAAnAouyxieg DNA: y=CAGTATCGCA «ai
Xx=AAGTTAGCAG. Ag e¢etdoouue TNV KaAUTEPN OAIKY) OTOIXION TTOU MUTTOPOUME va
TTETUXOUWE ME:

1, av x; = y;

SCROES I (3.2)

Kal d=1, TOTE YE TN CUPTTANPWON TOU TTIVOKA TTPOKUTITEL:

- A [A G |T T A G c [A G
- 0 1| 2| 3] 456|789 -0
C 11| 2] 3451676 7] 8
A -2 0 0 1| 2| 3] 4| 5] 6| 5| 6
G 3 1] 1 1 o | 1| 2| 3| 4| 5| 4
T 4 | 2 | 2 0 2 1 0o | 1 | 2 | 3| -4
A 5 | 3 | 1 | 1 1 1 2 1 0 1| 2
T 6 | 4 | 2 | 2 0 2 1 1 0 1 | 2
C 7 | 5 3] 31 1 1 0 2 1 0
G 8 | 6 | -4 | 2 | 2 0 0 2 1 1 2
C 9 | 7 5 3 3] 1] 1 1 3 2 1
A 10| 8 | 6 | -4 | 4 | -2 0 0 2 4 3

H oAikr] aTtoixion AoItrov givai:
AAGT-TAGCAG
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CAGTATCGCA-
TO score TnG oTroiag gival ioo Pe 3 (N TP Tou KeAIOU TToU BpiokeTal KATW OeCIG OTOV

TTivaka).

3.3.6 Tomikn oroixion aAAnAouxiwv — AAyopifuo¢ Smith and Waterman

2tnv 1otk otoixion (local alignment) avalnToUuue TTEPIOXEG OTIC OTTOIEG
TTOPATNPEITAI TOTTIKA OpoIdTNTA. H OToiXIoN QUTA OTOPATA OTIG TAUTOONUEG TTEPIOXEG
OTIG TTEPIOXEG TTOU £XOUV PEYAAN opoldTNTa. MeyaAuTepn TTPOTEPAIOTNTA DiVETAI OTNV
eUpeon TTEPIOXWYV OMOIOTNTOG (patterns) TTapd oTnv €UPECN OMOIOTNTAG OTOMPIKWV
XapakTApwy. O 1o yvwoTdg aAyopIBuog yia TOTTIKN OToiXIon €ival autdg Twv Smith
and Waterman (Smith & Waterman, 1981) kai xpnoigoTtroigi Tov akdAouBo

avadpouIKod TUTTO:
F(i,j)=max{F(i—1,j— 1) +s(x,y;),Fi—1,))—d,F(i,j—1)—d,0} (3.3)
pe F(i,0)=0 kai F(0,j)=0

O aAyopiBuog autdg gival idIog Ye TOV TTPONYOUUEVO TToU e€eTAoape. H povn diagopd
gival o1 étav pia oToixion divel apvnTikd score TepuaTiCeTal Kal apyicel pia véa. ‘ETol,
N AapPXIKOTTIOINON OTOV TTivOaKa €ival JIOQOPETIKA YIA VA UTTOPOUPE VA EVTOTTIOOUME

OMOIOTNTEG OE OTTOIOONTTOTE ONUEIO EKTOG TNG KUPIAG dlaywviou.

Napadeiyua 3.2 (Waterman, 1995)

Edav epapudooupe TN pEBOBO pag akpIBWG PE Ta OTOIXEIQ TTOU XPNOIUOTIOINCAUE KOl

oT1o TTapddeyua 3.1 o mivakag Ba yivel wg eENG:

- A A G T T A G C A G

> 4 o > O

ol Ol O] o] o] ©
| Ol O k| O] O
| O O] k| O] O
ol k| N O] ©O] O
N W k| O] O] O
Nl N O O] ©] O
wW| k| O k| O] O
Nl | N O] ©] O
R k| R O Rl O
Nl O | N O] O
R N W k| O O

52 ano 73




MruxiokA epyacia Tou @oITnTA KOTpWwTolou ZwTrhipiou

> 0O O O -
o O O o] ©
| O O Oo| O
| O O O] O
ol O »r| O| O
o O O] O
O O k| N W
| O k| NN
R N W DN
w| B N W
g1l Wl N N -
AN W

H totmikr) oToixion AoItrov eivai:

AGTATCGCA
AGT-TAGCA

TO Score TnG OTToiag €ival ic0 PE 5 (TO KEAI JE TN MEYOAUTEPN TIUA OTOV TTIVAKQ).

3.3.7 H xpno1uornta tnC oroixionc Twv aAAnAouyiwv

H diadikacia Tng oToixiong Twv 01a@opwv aAAnAouxiwy gival TTOAU XPACIUN
OI10TI HEOW QUTAG Ol ETTIOTHHOVEG PITTOPOUV VA AVTAN|OOUV TTANPOPOPIEG OXETIKA UE TN
Aeiroupyia, Tn doul aAAdG kal TNV €&EAIEN Twy dla@épwy opyaviopwy (€1dwv). Eivai
TTOAU onuavTIKn N €TTiTeEUén TG BEATIOTNG (optimal) oToixiong woTe va avakaAugBouv
ol TAnpogopieg autég. O aAAnAouxieg TTou euaviCouv Tn BEATIOTN opoldTNTA €ival
TTOAU TTI0avo va €xouv Tnyv idia Asitoupyia. 2Tnv TrepiTTwon Tou DNA 8a utropoucaue
va Toupe Ot gival mOavoe va €xouv Tov idlo puBuIoTIKGO poAo. YTTGpxouv Kal
TTEPITITWOEIG OTTOU OUO aAAnAouxieg atrd OIAQOPETIKOUG OPYyavIOUOUG Eival OMOIEG.
AUTO evdéxeTal va onuaivel 0TI UTTAPEE JIa Koivry aAAnAouxia TTpdyovog yia Tig U0
auTég aAAnAouyxieg. MTTopoUpe AOITTOV va eVTOTTICOUME TIG OIAPOPESG AANAYEG UETALU

TWV a1ToyOvWwY aAAnAouxiwy o€ ox€on PE TV TTPOYOVO TOUG.

Me tnv éAeuon Tng aAAnAouxiong OoAOKANPwv yovISIWUATwY KaBwg Kal TIG
OuyKpioelg aAAnAouxiag eupeiag KAIJOKOG TTPOKUTITOUV vEa dedopéva. H opoldtnTa
METOEU Twv oAAnAouxiwv evdéxeTal va KpuBel mOavr) A kapia ouyyéveia. Mia
evoexouevn yovidlaokA €CENIEN TTIOTEVETAI OTI CUPBAivEl JECW TOU BITTAACIACHOU €VOG
yovidiou, dnuioupywvTtag dnAadr duo diadoxika avtiypagpa Tou yovidiou, TOV OTToio
oladéxetal  piIa  PETANAQEN oTa  avtiypa@a autd  (avaoAuTikOTEPN MEAETN  Twv
METOAGEEWY OTN OUVEXEIQ TOU KEPAAQiou). Ze KATTOIEG OTTAVIEG TTEPITITWOEIG, Ol

METAAAGEEIC OTO €va atrd Ta dUO avTiypaga TTpokaAouv aAAayr) otn AsiToupyia Tou. Ta
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duo avriypagpa, Ba eteAixBouv pe exwplotoug TpotToug. ‘Etol, mTap’ 6Ao TTou O
JIaXWPICPOG TTOU TTPOKUTITEI OTN AcIToupyia Ba dnuioupyhoel dUO VEOUG ATTOYOVOUG
(oikoyéveieg) aAAnAouxiwyv, ol aAAnAouyieg PeETAgU Twv OUO oOIKoyeveliwv Ba eival

OMoIEG AOYWw TOU KOIVOU TTPOyOVouU.

3.4 Epapuoyéc rou DNA Sequencing

H aAAnAouxion Tou yeveTIKOU UAIKOU Tou avBpwTrou €xel Bonbrnoel onuavTikda
TOUG ETTIOTAUOVEG TOOO OTn MEAETN OCO Kal OTNV TTPOCTIABEIA  QVTIMETWITTIONG
lI0QOpwWV aocBevelwv TTou oxeTiCovral aueca pe 1o avBpwTtivo DNA. O1 aoBgveleg
QuTEG TTapaTnpouvTal Adyw Twv d1aOpwV aAAAywWV TTOU TTPOKUTITOUV OTO YEVETIKO

UAIKO TOU avBpwTToUu.

To avBpwTtvo VYeVETIKO UANIKO WTTOpPEl va utrooTei aAAayég pe TTANBwpa
OIOQOPETIKWY TPOTTWV. To yeyovog autd dev TTPOKOAEI EKTTANEN €Av OKEPOBOUUE yia
TTapddelyua pe TOO0UG TTIBAVOUG TPOTTOUG UTTOPOUV va aAAAGEouV o1 AEEeIg TTOU
UTTAPXOUV O€ QuTAV TNV TITUXIOKA €pyaoia. Aiyeg OIaKPITIKEG aANayEG Kal N
OUYKEKPIMEVN TITUXIOKN €pyacia iowg va unv TTapryaye Kavéva atroAUTwS vonua.
‘ETol AoITtdv, o1 d1agopes aAAayEg oTnv aAAnAouyia Tou YEVETIKOU UAIKOU ovopadlovTal
METaAAGEEIC. O1 peTaANGEeIC dnuioupyouv ouviBws BIAQOPETIKO PAIVOTUTIO XWPIG
OuwWG auTd va gival TTavra amapaitnto. Auto €¢apTdTal aTTd TOV TPOTTO ETTIOPACNG TNG

eKAoToTE AAAQYNG OTNV TTPWTEIVN.
YTrapxouv dU0 JEYAAES KOTNYOPIEG HETAANAEEWV:

e O1 yovIOIaKEG HETAAAGEEIG.
o OI XpPWHOOWWIKEG METOAAAEEIG.

H éktaon NG aAAayng otnv akoAoubBia kal oTtov apiBuod Twv Bdocewv oT10 yovidiwua
TOU avBpWTTOU €ival AuTA n oTToia TTPOKAAEi Tov TTapaTrdvw diaxwpiopd. Av n aAlayn
auTr TTpogeveital o€ PHIKPO apiBud Pacewv TOTE atroTeAEl yovidiakn YETAAAagn. Edv
TTAAI N aAAayry auTr] TTPAYMOTOTTIOIEITAlI O PEYAAUTEPO TUAMUA TOU XPWHOOCWHATOG

ovopalZeTal XPWHOOWWIKA HETAAAEN. Or1  peTaANdEelc suBuvovTal yia  TTOAAEG
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TTEPITITWOEIG KAPKIVOU KOBWG Kal yia d1apopeg KANPovouIkEG aoBéveleg. MNapakdTtw Ba

MEAETACOUME AETITOPEPWG TIG BUO KATNYOPIEG TWV METAAANAEEWV.

3.4.1 O1 yovIdIakEC UETAAAAEEIC

O1 KUpIEG KATNYOPIES YOVIBIAKWY UETAANAEEWY gival TPEIG:

e AvTiKaTaoTaon.
e [1pooBAKnN.
e ‘EMNeyn.

H avtikatdotaon piag kal yévo Baong tou DNA atmd Ta SICEKATOUUUPIO TWV
Baoewv uTTOPEl va ETTIPEPEI TTOIKIAG ATTOTEAECUATA OTNV TTPWTEIVN TTOU TTAPAYETAI
ammd TO avTioTolXo Yyovidlo. H avTikardoTtaon auTtrhy PTTOPEl va OnuIoupynoel Jia
TPITTAETA N oTToia Ba KwOIKOTToIE €va BIAPOPETIKO AUIVOLU Kal KAT E€TTEKTACN MIA
OIAQOPETIKA TTPWTEIVN. Z€ AANEG TTEPITITWOEIG, N AVTIKOTACTACN WTTOPEI VO JETOTPEWEI
éva KwOIKOVIO, TO OTToIO €ival UTTEUBUVO yia TNV KwOIKOTToIiNoN €vOG QUIVOLEDG, O€
KWOIKOVIO AENG TTPOKAAWVTAG TOV TEPUATIOMO TNG OUVBEONG TNG TTOAUTTETTTIOIKNG
aAucidag. AUTO €xel WG OATTOTOKO TNV KATAOTPOQN TNG A&ITOUPYIKOTNTAG TNG

TTPWTEIVNG.

E&ioou onuavrtikr katnyopia yovidloKwyY PETAAAGEEWY aTTOTEAOUV N TTPOCOAKN
N N €EAeyn Baocwv. Aldgopeg aAAayEG TTOU TTPOKUTITOUV OTOV OpPIBPO Twv BAcewv
TOU YEVETIKOU UAIKOU UTTOPOUV Va ETTIPEPOUV UETAAAQYHEVOUG QaIVOTUTTOUG. H EAAEIYN
N n mpoodnkn dladoxikwyv Bdoewv o€ apiBud TTOANATTAGOIO Tou Tpia dnuioupyeEi
ENAEIYN 1] TTPOCONKN €VOG 1] TTEPICCOTEPWYV ANIVOEEWY OTNV TTOAUTTETTTIOIKI) aAUGida.
AuTO €xel wg ouvémela TNV aAAaynl NG AEITOUPYIKOTNTAG TNG TTOAUTTETTITIOIKAG

aAucoidag.

H 1pwTn yeveTikn aoBéveia n otroia TTpoékuwe AOyw yovidlaknG METAAAAENS
ATav N OPETTAVOKUTTAPIKA avaipia. Map’ 6Ao tmou n aipoo@aipivn (HbA) ota evAAika
dtopa atroteAcital ammd TE00ePIC TTOAUTTETITIOIKEC aAuaideg, dUO a kal duo B, o Linus

Pauling® kai ol ouvepydTeg Tou TTAPATAPNCAV OTI N CQIHOCQAIPiVN KATTOIOU £VAAIKA O

8 H avakdAuyn €yive 1o 1949 xwpig OJwg va JIEUKPIVIOTEN N aiTia TTou TTpokaAoloe Tn dlagopd aTnv
aigoo@aipivn.
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OTTOI0G ETTAOXE ATTO OPETTAVOKUTTAPIKY avaidia gival d1a@opeTikry. PTdvovrag oTo
ONUEPA, TA TTPAYHATA £XOUV YiveEl oa@wg TTIo ¢ekdBapa. H diagopd evroTTifeTal OTO
€KTO apIvogu NG B TTOAUTTETITIOIKAG aAucidag. H BaAivn avTikaBioTd 1o yAouTauivikéd
0o¢U pe ouvéttela TNV PETaAAaypévn aipoogaipivn (HbS). Auté ouuBaivel 16T oTnv
KwOIKN aAucida Tou DNA aAAdGlel pia Baon pe atmmotéAeopa 1o Kwdikovio (GTG) Tou
KwOIKoTToIEl TN PaAivn va avTiKaBioTd TO @QUOIOAOYIKO KwdIkovio (GAG) T1TOoU
KwOIKOTTOIEl TO YAOUTAUIVIKO 0&U. 'ETOol, AOyw TNG aAAayng oTtn oTepeodidTagn tng
aigoo@aIpivng, Ta €pubpd KUTTOPO TIAIPVOUV €va XOPOKTNPIOTIKO OPETTAVOEIDEC®

oxnua. H un @uoloAoyik KUKAOQOpIa TTOU TTPOKUTTITEI OTO Qid UTTOPEI VA TTPOKAAETEI

QuaoicAeyinn B-olucida O1pooYaIpIivag
e pprpm—— e

IBann lomdivn L‘ Acukivn H Opeovivn Mpokiva ymaogo. r‘m‘

B-aAuoida NG SPLNOVOKUTTAPIKNG QIHOOPOIPIVAG

Bohivn J lonBivn {A:uth

Eikéva 3.4: (a) H avrnikaraoraon rtou yAourauivikou oééo¢ pe Balivn. (B) PuoioAoyiko
EPUBPOKUTTAPO ETTAVW KAl SPETAVOEIOES EPUBPOKUTTAPO KATW.

{NUIEG o€ dlIagopa dpyava OTTWG OTOUG TTVEUROVEG | OTO OTTAAVA.

3.4.1.1 MsraBoAIka vOORLATA ATTO YOVIOIAKEC UETAAAQEEIC

‘Exouv Trepiypagei  Trepitou  dIOKOOIEG  dlATOPAXEG TOU  avBpwTTivou
peTaBoAiopouU. O1 diatapax£C auTéG agopoUlV KUPIwG TN AEITOUPYIKOTATA TWV EVEUNWV.
O1 d1a@opec HETOAAAEEIC TTOU TTPOKUTITOUV C€ YOVidla Ta OTToia KWOIKOTTOIOUV KATTOoIx

ammo Ta €vCupa gival UTTEUOUVEG yia TTANBWPA PETABOAIKWY VOONUATWY (aoBevEIWV).

9 X ouvBnkeg EAAeIpng oguyovou.
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Ta vooruata autd eivar mOavd va KAnpovopnBouv OTIG €TTOMEVEG YeVIEG. [la

TTaPAdEIYUa, TETOIOU €id0UG a0BEVEIEG ATTOTEAOUV N PAIVUAKETOVOUPIA KOl O OAQICHOG.

H @aivuAketovoupia (PKU = Phenyl Keton Urea) cival pia vooog n oTroia
TIPOKAAEITAI AOYyw EAAEIYNG €vOG evCUPOU TO OTIOIO, OTA QUOIOAOYIKG ATOMQ, Eival
UTTEUBUVO YIa TN JETATPOTTA TOU apIvogéog gaivuAalavivn og Tupoaivn. Autd QuUOIKA
TTPOKAAEI cuoowpeuon TNG @aivulaAavivng. Ta aTtopa TTou vooouv aTtrd AuThV Tnv
aoBEvela avTINETWTTICOUV PN QUOIOAOYIKA AVATITUEN Kal AEITOUpPYia TWV KUTTAPWVY TOU
EYKEQAAOU. AUTO QUOIKA eTTIQPEPEI dlavonTikKr KaBuoTtépnon. Av O €VTOTTIOMOG TNG
aoBévelag emTeuxBei eykaipwg, dnAadn av avixveuBei katd Tn veoyvik nAIKia Tou
avlpwTrou, N EJPAVION TWV CUUTITWHATWY QUTAG JTTOPEI va atToQeuxOei ue TN Xpron

katdAAnAou Siaitohoyiou'® @’ 6pou Jwng.

O oA@iopyog armroteAei voéonua TTou TTPOKOAEITal AOYyw TnG €AAEIYNnG €vog
ev(UUOU TO OTTOIO €ival ATTAPAITNTO WOTE VO OXNMOTIOTE N XPWOTIKA OvOuaT
peAavivn. Ta TTaoxovta atmd aAQIOPO ATOPA AVTIMETWTTICOUV EAAEIYPN TNG XPWOTIKAG

auTnG oTnV ip1da Tou 0PBaAOU, oTa HAAAIG Kal OTO BEpuA.

3.4.2 O1 XPWHOOWMUIKEC METAAAQEEIC

MNa va TTPOKUYWEl PIa OTTOIOBATTIOTE XPWHOOWWIKA avwuaAia (METAAAaEn), Ba
TTPETTEl oI aA\ayég Tou Ba TTpokUYouv OTO avBpwTtTivo yoviIdiwpa va  ival
MEYAAUTEPEG OE €KTAON OTTO AUTEG TWV YOVIOIGKWY METAANGEEWVY. O1 XPWHOOWHIKES

AVWHOAIEG OuWG XwpicovTal o duo Katnyopies. 'ETol AoimTdv TTPOKUTITOUV:

e  O1 apIBUNTIKEG XPWHOOWHIKEG AVWHOAIEG.

e O1 OMIKEG XPWHOOWHMIKES AVWHAAIEG.

Mapakdtw Oa avoAuooupe Tnv KABE pIa  KATnyopia EEXWPIOTA  UE

TTapadeiyuaTa yia pia o oAokAnpwuévn Ikéva.

3.4.2.1 O1 ap1BuUNTIKEC XPWUOOWMIKEC AVWUAAIEC

ApIBUNTIKEG  XPWHOOWMIKEG avWHPAAieg atrokaAouvTal o  aAAayég  TTou

TTPOKUTITOUV OTOV APIOUO TWV XPWHOCWHATWY Tou avBpwTrou. O aAAayEG auTég ival

10 AlaiToAGYI0 e TTEpIopIoEV TTOGATNTA @aIvUAaAavivng.
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armoTéAeopa AaBwv 1Tou cupfaivouv Katd Tn dladikaoia TG MEIWTIKAG dlaipeong. Av
Katd Tn peiwon Oev  uTTAp&el  QUOIOAOYIKOG  JIaXWPIOHOS Twv  OuOAoywvV
XPWHOOWHATWY i TWV adeAQWV XPWHATIdWV! TOTE TTPOKUTITOUV YAPETEC Ol OTTOIOI
QPEPOUV APIBUO XPWHOOWHATWY HEYOAUTEPO 1 MIKPOTEPO TOU @QuOloAoyikou. H
METETTEITA YOVIUOTTOINON TWV UN QUOIOAOYIKWY YOUETWY HE QUOIOAOYIKO YOUETN €XEI
WG ATTOTOKO TNV TTOPACKEUR (UYWTOU TO OTTOIO €XEI 0AV YVWPIOUA «AavOaouévn»
TTooétTnTa DNA. O avBpwITivog opyaviopdg TTou TTPOKUTITEI KAl XapaKTNPifeTal atrd
ENNEIYN N Trepicoeia PIKpoU apIBuoU XPpWHOOWUATWY KaAgiTal aveutrtAo€idng. Edv
UTTAPXElI ATTOUCIa €VOG HOVO XPWHOOWHATOG TOTE TO QAIVOPEVO OTTOKAAEITAI

govoowyia?, Ao Tnv AAAN TrAsupd, n UTTApEn evog eMITTA(OV XPWHOOWUOTOG

ovouadeTal TPICWHIA.

Eivar yeyovdg 6Tl ol gé g Qﬁ 3 é } i § é

aApIBUNTIKEG XPWHOCWHIKES | 2

AVWHPOAIEG dnuioupyouvTal

- g
TO00 OTA AQUTOOWUIKA OC0 g a % 5 ié' aa g';' E 2 : ;
Kal oTa QUAETIKG ’ 7 8 ’ ) ) i
XPWHOTWHATO. wo | §€ 2% #4  fe  ag 32
TTaoiyvwoTn EMPAvion
apiBunTikAG, QUTOCWWIKAG 2 & 23 ry Qgﬁo

XPWHOOWHMIKAG avwuaAiag

gival To oUvdpopo Down?s,

Eikéva 3.5: Kapudrumrog arépou us auvdpouo Down.

O1 avBpwtrol pe ouvdpopo Down avrigetwTifouv  TTPORAARUATA  OTTWG
dlavonTikr KaBuaTéEPNON, XAPOKTNPIOTIKEG OUOPOPEPIEC OTO TTPOCWTIO KOl EUPAVH
KabuoTépnon oTnv avamTuén. Ta TTACoXovVTa Atoud, oXedOV OTO €KATO TOIG EKATO TWV
TTEPITITWOEWY, TTAPATNPEITAI éva ETTITTAEOV XpWHOOWHA 21 0TOV KAPUOTUTTO TOug. TOo
ETITTAEOV XPWHOOWHA ATTOPPEEI ATTO TO PN BIAXWPIOHS TWV XPWHOCWHATWY Tou 21°Y

Celyoug KaTd TO OXNUOTIONO YaueTwY 0T O1adIKaCia TNG MEIWTIKAG dIaipeonS. ZTIG

1 To @aivépevo autd ovouadeTal Pn — dIaXwpIoHoG.

12 H povoowuyia oguvABwg odnyei 010 BAvaTo TOoUu aTOUOU JIOTI TG XPWHOOWUATA UE TA yovidia TTou
TTEPIEXOUV TTPETTEI VO UTTAPXOUV 0€ dU0 OO0EIC WOTE va £Eaa@aAifeTal N owaoTh avdtTuén Tou CuywTou.
E€aipolvTal Ta QUAETIKA XpWHOCWHATA.

13 3 0vdpopo Down atroTeAEl N TPICWHIO OTO XpWHOCWHA 21.
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TTEPIOCOTEPEG TTEPITITWOEIG

onuioupyeital  waplo  JE

gg }g j{ 600  Xpwuoowpata  oTn

Béon 21. EAAxioTEG €ival ol
QVTIOTOIXEG  TTEPITITWOEIG

I
SRR e

2UMUTTEPACHATIKA, KOMPBIKO

ﬁ EE g o4 ;j Eg POAO OTN yéwwnon Eevog

" # » - - E » TTaidlol uYe  OoUVOPONO
o B . & s Down Traiel n nAikia Tng
W B b }3 i !
1] = a n x T IJnTspag.
Eikéva 3.6: Kapudrurmrog aréuou e ouvdpopo Klinefelter. Mépa atmd 10 oUVOPOUO

Down uttdpxouv Kal AAAEG OXETIKA OUXVES APIOUNTIKEG, AUTOOWMIKES XPWHOOWHMIKES
AVWHOAIeG OTTWG gival n TpiIowpieg 13 kal 18. Ta TTAoYovTa AToua XapakTnpEiovTal
ammo Paputepa Tou ouvdpdépou Down cuptrTwpata. Autd cuuBaivel Aoyw peyéBoug
TWV XPWHOOWUATWY TToU Bpiokovtal oTig Béoelg auTtég (13 kal 18). To yeyovog oOT
gival peyaAutepa ammd autd TnG Béoeic 21 KaABIOTA AOYIKO TO va TTEPIEXOUV
TTEPIOTOTEPA Yovidia. Mépa Opws atd TIC apIBUNTIKEG, XPWHOOWHMIKEG avwPaAieg oTa
QUTOOWHMIKA, UTTAPXOUV Kal Ol apIBUNTIKEG XPWHOOWUIKEG AVWHAANIEG OTA QUAETIKA
Xpwpoowpuata. Avo a1’ T1a didgopa cuvdpoua TNG KATNYopiag autig egetalovral

TTAPAKATW.

ApIBUNTIKI XPWHOCWHIKN AVWHUOAIQ OTA QUAETIKA XPWHUOOWMUATA ATTOTEAEI TO
ouvdpopo Klinefelter. Ta aropa TTOU TTACYOUV ATT’ AUTO TO GUVOPONO, EVW EUPaviCouv
QUOIOAOYIKO OpPIBUO AUTOCWHIKWY XPpwHOOWUATwY (44 oTov apiBud), éxouv Tpia
QUAETIKA Xpwpoowpuata (XXY) avti Tou @uoloAoyikou {euyoug XY. Ta OUyKeKpIPéva
dtoua @EPOUV  EEWTEPIKA YVWPIOPATA OpOeVIKOU atouou aAAG Ttrdoyouv atrd
TTPORANPa OTEIPOTNTAG. Ta CUPTITWHATA TOU OUuvOPOUOU gu@avidovial PETA TNV
epnBeia.

To ouvdpouo Turner aTroTeAEl AKOPA Eva TTAPAdEIYUA TNG KATNYOPIOG TTou

TTpoava@épape. Kal o€ autriiv Tnv TIEPITITWOTN, TA TTACXOVTa dAToud €P@avifouv
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Qualoloyikdé  aplBuod : / :
QAUTOOWHIKWV g 4 }? :3‘: ‘ ( 3 ‘
XPWHOOWHATWY (44 y e : * >

oTov  apiBud), aAAd " .
EXouv MOVO éva ) ‘ g é 8 ﬁ g g 5 ; % : : E
xpwpdowpua X atd 10
{euyog Twv g Ly ?‘5 %3 F R

XPWHUOOWHATWY  TTOU

Bopi JMo. .
KaBopifouv TO @QUAO 86 e A i ‘
Auté TO TTaPAdEIYUa 19 20 2 2 X Y

atroTeAei TNV povadiky Elkova 3.7: Kapudrumog aréuou e ouvopopo Turner.

Movoowypia TTou €xel evioTTOTEl oTOV AvBpwTTo. Ta &v Adyw ATOpa, TTap’ OAO TToU
EXouv @aivoTutto BnAUKOU aTtdpou, Oev eU@AVICOUV OEUTEPOYEVI YVWPIOUATA TOU

BnNAUKOU QUAOU eV avTIMETWTTICOUV Kal TTPORANUA OTEIPOTATOG.

3.4.2.2 O1 SOUIKEC XPWUOOTWMIKEC AVWUAAIEC

AOMIKEG XPWHOOWHIKEG avwHaAieg ovopalovtal ol aAAayEG (METOAAGEEIG) TTOU
oupBaivouv oTn dopr evog 1 TTEPICTOTEPWY XPWHOCWHATWY Tou avBpwTrou. Me Tig
OOMIKEGC XPWHOOWMIKEC OAAaYEC TTapaTtnpeEital  ouvABwg  TPOTTOTTOINCN  TOU
@aIvoTUTTIou Tou avBpwTtrou. H dnuioupyia SOMIKWV4 XPWHOCOWHIKWY AVWUOAIWY
gival atmoTéAeopa d1a@OPWY PUNXAvIoPWY KaTd Tn SIAPKEIA TOU KUTTAPIKOU KUKAou. Ol
AVWHOAIEG auTEC eTIPEPOUV aAAayr) OTnv TTooo0TNTA | OTn dIATAlN TNG YEVETIKAG
TTANPOYOPIag oTa Xpwuoowuata. Avaloya Pe Tov TUTTO TNG aAAayrS OIAKPIVOUUE TA

TTAPAKATW €idN QONIKWV XPWHOCWHIKWY AVWHUOAIWV:

e Tnv éNeyn.
e Tov dITTAQCIACUO.
e Tnv avaoTpoqr).

e Tn perarémon.

14 O1 OOMIKEG XPWHOOWHIKEG AVWHAAIEG UTTOPOUV va TTPOKANBoUV Kal atrd Tn dpdon PeTaAAagoyovwy
TTapayovIwv OTTWG Ol OKTIVOBOAIEG.
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‘EMNeIyn tmTaparnpeital étav UTTApxEl OTTWAEIO YEVETIKOU UAIKOU. Mapadeiyua
ENeIYNG artroTeAei TO oUVOpPOMO Qwvr) TNG yatag (cri-du-chat) 1O OTT0I0  €ival
ammoTéAeopa  €EAAEIPNG €vOG TUAMOTOG aTO TO Xpwuoéowua otn B6éon 5. To
OUYKEKPIPNEVO OUVOPOMO TTIPE TNV OVOUACiIa TOU ATTO TO YEYOVOG OTI TO KAGNO Twv
VEOYEVVNTWYV TTOU TTACXOUV aTT’ AuTO, MOIACEl JE TO KAAPA TNG yaTtag. Ta idla aTopa

gM@aviCouv kal diavonTikA KaBuoTEpnon,.

AITAao100 PO €XOUME OTAV UTTAPXEl ETTAVAANWN £VOG XPWHUOOWMIKOU TUANOTOG

O€ £Va OTTOI00NTTOTE XPWHOCWHA.

H avaoTtpoer civalr amotéAeopa Bpaucewv o€ U0 dIAPOPETIKA OnUEia VOGS
XPWHUOOWHATOG TA OTTOId EVWVOVTAI HE TO UTTOAOITTO XPWHOOWHA QPOU TTPWTA
UTTOOTOUV avaoTpo®r). AUTO QUOIKA €XEl WG OUVETTEID TNV aAAayr TG dIATagNS Twv

YyoVvIOiwV OTO XPWHOCWHA auTo.

H petarémon TrpokaAcital  Uotepa amd Bpavon €vOog TUAWATOG TOU
XPWHOOWHATOG TO OTI0I0 OTn OUVEXEId evWVETal MPE éva GANO  pn  opdAoyo
XPWHOOWHA. 2ZTIC APOIBAIEG METATOTTIOEIC TTPOKUTITEI QVTOAAQYH XPWHOCWHIKWY
TUNMATWY avapeoa o€ Pn opdAoya Xpwuoowuata. Map’ 6Aa autd dev €xoupue
ATTWAEIA YEVETIKOU UAIKOU HE TA TTACYXOVTA ATOPO va €XOUV, ouvhBwg, QUOIOAOYIKO
@AIVOTUTTO. 2TA ATOMO AUTA OMWG €ANOXEUEI O KivOUVOG aTTOKTNONG ATTOyOVWY Ol
oTroiol Ba xapakTnpifovtal ammd XPWHOOWHIKES avwuaAieg. Auté cupPaivel d10TI KaTd
TO XPWHOOWWIKO Ceuydpwua oTtn O1adikaoia TNG PEIWTIKAG dIaipeong TTPOKUTITOUV Kal

MN QUOIOAOYIKOI YOUETEG.

3.4.3 O TpoyevvNTIKOC EAEYXOC

H xprAon NG aAAnAouxiong TOU YEVETIKOU UAIKOU KPIVETAI ATTAPQiTNTN KAl OTN
dladikagia Tou TTPoyevvnNTIKOU €AEyxou oTov avBpwTTivo opyavioud. O €Aeyxog auTtdg
MTTOPEI va TTpayMOTOTTOINGEI €iTE PJE TN AWN XOPIOKWY AAXVWV, €T PJE TN PEBODO TNG

QMVIOTTAPOKEVTNONG.

H péBodog Awng xoplakwy AaxVwV TTpayUAToTTOoIEITAl oUVABWC PETALU TnG 9NS

Kal NG 127¢ gBdopddag kunong. H diadikacia autr TepIAapBaver Tn Aqyn B pUIKwyY
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KUTTApWV atrd TIC TTPOeKPBOAEG (AAXveS) Tou xOpiou®®. Ta AneBévia KUTTOpa eival
XPAOIMA YIO TOV EAEYXO TWV XPWHOOWHATWY (KAPUOTUTTOG) KABWG Kal yia BIOXNMIKEG

avaAUOEIG 1) avAAUOT TOU YEVETIKOU UAIKOU.

H péBodog TNG apvIOTTapaKEVTNONG TTPAYUATOTTOIEITAlI METAEU TNG 12N Kal TNG
16" eBdouadag KUNoNG Kal atmoTeAei évav agloTTioTo Kal ac@aAf TpOTTo didyvwong
YEVETIKWYV avwuaAiwy. Katd tn diadikaoia auTh AauBAaveral dikpr TToodTnTa apvIakou
uypou, JEoa OTO OTTOIO UTTAPXOUV EUPPUIKA KUTTAPA, ATTO TOV APVIOKO CAKO HE Tn
BonBeia piag €dIKAG PBeAdvag. Ta KUTTOPA aAUTA UTTOPOUME apyOTEPO va T
XPNOIUOTTOINOOUUE TOOO YIA TNV AVAAUCKN TOU YEVETIKOU UAIKOU OO0 Kal yid TN
Bioxnuik avaAuon opiopévwy evCUPWY Kal TTpwTeivwyv. Emmpdobeta, T1a idla
EMPBPUIKA KUTTAPA UTTOPOUME VO T XPNOIMOTTOINCOUNE, UOTEPA aTTO KAAANIEPYEIQ, VIO
MEAETN TOU KAPUOTUTTOU MPECW TOU OTTOIOU UTTAPXEI N OuvatoTnTa EVTOTTIOUOU

O10POPWV XPWHOCWHIKWY AVWHOAIWV.

‘Emreita amdé ouykpion Twv dUo ueBOdwv, o1 EMMOTAPOVEG KaTéAnEav OTI YE TN
AQWnN Xopiakwyv Aaxvwyv pag divetal n duvatotnTa Jiag o €ykaipng didyvwong. ATr
TNV GAAN PEPIQ, PE TNV AUVIOTTAPOKEVTNON TTAPEXETAI N OUVATOTNTA TTOPACKEUNG
XPWHOOWHATWY KAAUTEPNG TTOIOTNTAG ATTO QUTWV TNG MEBOdOU ANRWNG XOPIaKWY

Aaxvwv.

15 X6p10 ovopddletal n ePPUIKN HEUBPAVN TTOU CUHPMETEXEI OTO OXNUATIOUO TOU TTAGKOUVTA.
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KepaAlaio 4°. Baoeigc dedousvwy
VOUKAEOTIOIKWYV aAAnAouxiwv

4.1 NoukAsoridikéc Baosic dsdouévwy Kail aAyopi@uor avalATnonc

Tn onuepov nuépa, n diadikacia cUAAOYNG OAANAOUXIWY YEVETIKOU UAIKOU HE
TIG MEBOdOUG TnG Mopiakng BloAoyiag atmoTeAei pouTiva yia TOUG ETTIOTAMOVEG.
Emavaotaon otn diadikacia auth OPwg aTreTéAece n  ywneiotroinony toug. H
duvatotnNTa  ATTEIKOVIONG TwV  dI0POpwV  BIOAOYIKWY  aAANAOUXIWV C€E  POPPN
avayvwolIun ammoé  TOUG NAEKTPOVIKOUG UTTOAOYIOTEG TTPOCEPEPE  EVTUTTWOIOKEG
duvatdéTtnTEG avAAuong, £TTEEEpyaaiag Kal atroBnKeuor g Toug. AuTd gixe oav atOToKO
TN dnuioupyia dla@épwy BloAoyikwyv Badoewv OedOPEVWVY KAl OTAV TTEPITITWON UAG

Baoewyv Acdouévwv NoukAgoTidikwv AAAnAouxiwv.

O Ttpwteg Paoceig Oedopévwv  TTOU  avaTiTuxbnkav  kal  ovouddovral
[Mpwroyeveic TTAPEIXaV TOV PNXQVIOPO yia Tnv TIpOoBacn o€ ETTIOTNUOVIKA Kal
TTEIPAUATIKA dedopéva TTou agopoucav aAAnNAouxieg YEVETIKOU UAIKoOU. EKTOG auTou,
TTAPEiIXav Kal TO XWPEO YyIa TNV Katdbeon vEwv ETIOTNUOVIKWY €UPNUATWY, £QOOOV
QUTA UTTAPXAV, OXETIKWY TTAVTA JE TIG aAAnAouxieg. AkoAouBnoav véou TUTTOU BAoEIg
dedopévwy, ol Agurepoyeveic, ol otroieg oTtnpifovrav oTig MNMpwrTtoyeveic BAoelg TTou
AVOAQEPAPE  TTPONYOUUEVWG. AUTEC TTEPIEiXAV  ETTITTAEOV  OXOAMIAOPO  TTAVW  OTA

EMOTNPOVIKA dedouEVa O OTTOIOG OEV EiXE ATTAPAITNTA TTEIPAUATIKY OTHPIEN.

O1 1peIg TPpWTEG PACEIG VOUKAEOTIOIKWY aAANAoUXIWV avaTTuxbnkav o€ TPEIG
OIOQOPETIKES TTEPIOXES TOU TTAQVATN. ZTNV AUEpPIKN €xouue Tnv GenBank n otroia gival
MIa Bdaon eAeUBepa BIOBECIYUN OTNV ETIOTNPOVIKI KOIVOTNTA Kal BPICKETAl UTTO TNV
alyida Tou National Institutes of Health Twv Hvwpévwy MoAiteiwv Tng APEPIKAG. ZTNV
Eupwtn €xel dnuioupynBei n EMBL Nucleotide Sequence Database n otroia
BpiokeTalr uttd TNV aiyida Tou European Molecular Biology Laboratory. H édpa tng
Bpioketal oto Cambridge Tou Hvwpévou BaoiAgiou kal Tn ouvtipnon NG ExeEl
avaAdBel To EupwTraikd IvoTitouto BiommAnpogopikrs. TéENog, atnv lattwvia €xouue
Tnv DNA Data Bank of Japan n otroia 16pU8nke 10 1986 ot0 EBVIKO IvOoTITOUTO

63 amno 73



MruxiokA epyacia Tou @oITnTA KOTpWwTolou ZwTrhipiou

[eveTikNG kai Bpioketal uttd TNV alyida Tou YTroupyeiou lMaideiag, Emotnuwyv kai
ABAnTIOPOU TNG laTtwviag. AKoAouBouv o1 TPEIG PEYAAEG PACEIS DEDOUEVWV UE TIG

I0TOO€EAIOEG TOUG:

e NCBI — GenBank (https://www.ncbi.nlm.nih.gov/genbank/).
e EMBL — Bank (http://www.ebi.ac.uk/).
e DDBJ (http://www.ddbj.nig.ac.jp/).

OT1wg €ival AoyIKO, TTPOEKUYE CUVEPYOTIA TWV TPIWV AUTWYV EPEUVNTIKWY KEVTPWY OTO
Ovopa TNG E€mMOTNPOVIKAG €peuvag. H ouvepyacoia auth €yive OTO TTAQICIO TG

International Nucleotide Sequence Database Collaboration (http://www.insdc.org/).

MA¢éov, n TTpooPBacn cival eEAeUBEPN OTIC IOTOOEAIBEG KAl OTA epyaAeia avalATnong Kal

oToiXiong aAAnAouxiwy.

2Ta UTTOKEQAAQIQ TTOU aKOAOUBOUV Ba yvwpioouue Toug BUO ETTIKPATECTEPOUG
aAyopiBuoug ol oTToiol XpNolYoTTolouvTal TOOO0 yia avalritnon 600 Kal yia oToixion

aAAnAouXIWV PE aAAnAouXiEG TTOU UTTAPXOUV OTIG DIAPOPES BATEIC DEDOUEVWV.

4.2 O aAyopifuoc FASTA
O aAyopiBuog FASTA (http://www.ebi.ac.uk/Tools/sss/fasta/nucleotide.html)

QVAKElI OTNV KATNYOPIO TWV EUPICTIKWY aAYyOopiBuwY Kal atTroTeAEl aAyOpIBUO TOTTIKAG
eubuypdpuiong. EupioTikoi xapaktnpiovral oi aAyopiBuol o1 oTToiol PTTopouv va
Bpouv pia AUon ypriyopa Kal €UKOAQ Xwpig OpwS va onuaivel 61t N Auon auTth €ivai
atmmapaitnta Kai n BEATIOTN. H Aé€n FASTA eival cuvtopoypagia tou FAST-ALL kai n
ETMKPATNOT TOU OQEIAETAlI OTO YyEYOVOS OTI XPNOIUOTIOIEITAI yIa Taxeia euBuypdupion
TG00 YIa VOUKAEOTIOIKEG OO0 KAl YIA TTPWTEIVIKEG aAAnAouxieg. EKTOC atrd Tov apyIko
aAyopiBuo, €xouv uttdpéel kai didgopes TTapaAdayég Tou. O KUpIog OTOXOG TOu
FASTA cival 0 evtoTmiopog, KAtd TTpooéyyion, NG dlaywviou yupw atd Tnv oTToia
€KTUANiocOETal n oToixion. Mg Tov TPOTTO QUTO TTEPIOPIEl ONPAVTIKA TO €UPOG
avalTnong a@ou OTToIECONTIOTE OMOIOTNTEC €KTOC TNG dlaywviou de Aaufdavovral
utmoyilv. Omwg Ba dolpe kar otnv  ekova 4.1 T1a kOpia PrAPata TTOU

TTPayMaTOTTOIoUVTAI Eival Ta akOAouba:
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ApXIKd, dnuioupyeEiTal Eva eUPETAPIO TO OTTOIO TTEPIEXEI TIG BEO0EIC AWV
Twv k-tuples (dnAadn Twv AéEewv pe pEyeBOC K, TUTTIKO péyeBog yia
VOUKAEOTIOIKEG aAAnAouyieg cival atrd 4 £wg 6) TTou UTTAPXOUV Kal OTIG
OUO OUYKPIVOUEVEG OAANAOUXIEG.

A6 Tn dlopopd Twv Bféotwv Twv kK-tuples oTic dU0 aAAnAouxieg
evroTriCeTal N dlAyWVIOG OTNV OToia  BpiokovTal evy  aKOAOUBWG
evroTTiCovtal OAEg o1 dlaywviol pe Ta TTepIocdTepa k-tuples.

Me tnv eicaywyn Kevwyv (TTAVTA PE TOV UTTOAOYIONO TNG QVTIOTOIXNG
TTOIVAG) ETTITUYXAVETAI CUVEVWOT AUTWYV TWV dlaywViwy.

TeAkd, péow TNG OI1adIKOOIOG TOU QUVAMIKOU TTPOYPAUMATIOUOU

dlapopwveTal N BEATIOTN OTOIXION.

AAyopIBuoc FASTA

a)

Y DIgNOYONY

-
~

Sy 0IgNOYOIY

AkoAhouBiaB ———» AKoAouBiaB ——

™
~

«———  y NIRNOYOY

EUpeon emavaAfyewy ETTavapadBpoAdynon e T

TAUTOONHWV AEEEWV XpRon Tou Trivaka PAM.
AlaTRPNoN TWV TUNHATWY JE
TNV UPnAGTEPN BaBpoAdynom.

AkohouBiaB ——» AkoAouBiaB ——»

«——— DIgNOYOIY

N

‘EVWon TUNPATWY PE TN Xprion duvauikou

XPAON KEVGQV, EEGAEIYN TIPOYPOULATIOLOU yia T

GAAWV TUNUETWY Slapopewon TG
BEATIOTNC OTOIXIONC

Eikéva 4.1: Ta kUpia Brjpara rou FASTA.
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4.3 O aAyopiBuoc BLAST
O aAy6piBuog BLAST (https://blast.ncbi.nlm.nih.qov) avrikel €mmiong oTnv

KATNyopia Twv eupioTIKWV aAyopiBuwv. H AéEn BLAST atroteAsital atrd 1a apXIKa Twv
AéCewv Basic Local Alignment Search Tool. Apxikd €ixe avarrtuxBei ammd 1o National
Center for Biotechnology Information (NCBI) kai atroteAei €vav  aAyopiBuo
eubuypdpuiong aAAnAouxiwyv BeATioToTTOINPEVNG TAXUTATOG O OTTOIOG WAXVEI TNV
KaAUTeEpn Ouvarr TOTTIKN OToiXion OTIG dld@opes Pdoeic aAAnAouxiwy. Ta apxikd
Bripata TTou €eKTEAOUVTAI €XOUV KATTOIEG OMOIOTNTEG ME TA PBAPATA EKTEAEONG TOU
FASTA oA\G o idlog o BLAST eival ypnyopOTEPOG aPOU OTTOPEUYEI VA OTOIXIOEI
aAAnAouxieg (TTpoUTTOAOYICOVTAG OXETIKEC TTAPAUETPOUG) OI OTToiEC BpioKovTal OTn
Baon oedouévwyv Kal Kpivel 0TI dev TTapoucidlouv onuavtiky opoidtnta. ‘ETol,

oUPeWVa PE TNV €IKOVa 4.2 Ta KUPIa BripaTta Tou aAyopiBuou cival Ta ENG:

o Apxikd, kataokeudletal évag KataAoyog e OAeG TIC Aégeic (words) ol
otroieg Ba Taipialav pe kAtmola AéEn TnNG dyvwoTtng aAAnAouyiag. Ol
AEEEIC auTéG Ba TTPETTEN va ETTEPVOUV TNV TIMK TOU TTPOKABOPICHUEVOU
KAaTw@Aiou.

e Emouevo BrApa amoteAei n avalAtnon Twv Aé€ewv auTwv (PEOCw TOU
aAyopiBuou) oTig aAAnAouxieg Tou Bpiokovtal otn Bdon dedouévwy.
KdBe @opd TTou evroTTiCeTal KATTOIO AEEN eKKIVEITAI Mia dladikaoia
ETTEKTOONG TOU «EUPNUATOG» Kal TIPOG TIG OUO KaTEUBUVOEIC TNG
aAAnAouxiag. H emTéktaon autry ouveyiletal 600 To score eEaKOAOUBEl va
augaveral.

o O1 TrEPIOXEC OI OTTOIEC @EPOUV TO MEYOAUTEPO Score aTToTeEAOUV
UTTOWNQIEG TTEPIOXEC OTIC oTroieg evtoTifetal opoldtnTa (high scoring
pairs).

e 2Ta ATOTEAEOPOTA Ava®EPOVTal Of TTEPIOXEG Twv high scoring pairs oTig
oTToiEG TO score utrepPaivel To KATW@AL. TeAIKA, emmAéyovTal POvo ol
TOTTIKEG OTOIXIOEIG Ol OTTOiEG €U@AVICOUV TNV UWNAOGTEPN OTATIOTIKNA

OnNUAvVTIKOTNTA.
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AAyopiBuoc BLAST
1) EUpeon Twv AECEWV PAKOUG W JE TNV uwnAGTEPN BaBUoAGynon yia TNV avalitnon

Avainitnon ahAnAouyiag pAkoug L

MEyioTo Twv L-w+1 AéEewv
(ouvRBWC w=3 yIa TTPWTEIVEC)

EUpeon, yia kGBe Aégn amd v avalntnon aAAnAouxiwy,
TOU KataAdyou Twv AEEEwv pE BaBPOAGYNON TOUAGXIOTOV
T P TN XpAON TTIVAKA QvTIKOTAoTaong (yia TTapaderyua
PAM 250). MNa TIC CUVABEIC TTAPAPETPOUC UTTAPXOUV
TrepiTou 50 AEEEIC ava KAaTAOITTO TRG avalATnong.

2) ZUyKpion Tou KataAdyou Twv AéCewv e T acon dedopévwy yia TV eUpeon TaUTIONG

AANnAouyiec TNC Baong
OeDOPEVWV

\%_\_4/4_&-'*

TauTmion AéCewv ammd Tov KatdAoyo Aétewv

3) MNa kaBe TauTmon wiag AEENG, yiveTal ETTEKTAON TNG OTOIXIONG Kal TTPOC TIG BUO KATEUBUVOEIC
yIa TNV EUPECT OTOIXIOEWV LE BABUOAGYNON PeyaAUTEPN aTTO TO KATWQAI S

.

l

1
T | e

e
L

n 1
Y

Maximal Segment Pairs (MSPs)

Eikova 4.2: Ta kupia Bripara tou BLAST.
O BLAST uTtroAoyilel Tn OTATIOTIKI) ONPAVTIKOTATA WE BAon TIC TTAPANETPOUG
TNG KATAVOMNG Ol OTTOIEG £XOUV UTTOAOYIOTE TTO TTPOCOUOIWCEIG TTOU £XOUV EKTEAEOTEI
atro TIPIV KAl O1 TINEG TOUG €XOouV atroBnkeuTei. ATTO TRV AAAN, 0 FASTA utroAoyiCel Tig
TTOPANETPOUG AUTEG aTTO OAeC TIGC AAANeC aAAnAouxiec Tou Bpiokovtal oTn Bdaon
0edouévwy atnyv otroia yivetal n avalntnon. 'Etol, o BLAST kabiotartal ypnyopoTEpOg
ato Tov FASTA.

O1 mmpwteg ekdoOoeEIC Tou BLAST dev mrapeixav tnv duvardtnta €10ayWYAS
KEVWYV KATA TN O1adIKaoia €6EUPECNSG OPOIOTATWY METALU TwV dIaPOPWY aAANAOUXIWV.

Me 1oV €pXONO TNG deUTEPNG €KOOONG TTPOOTEONKE KAl N dUVATOTNTA EI0AYWYNG KEVWOV
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Katé Tnv euBuypdupion. Puoikd, Tpoékuyav Kal véeg ekd6oelg Tou BLAST pe tnv

KAOe pia atrd autég va XpNOIYOTTOIEITAl YIa EEXWPIOTO OKOTTO.

2UMTTEPACHATIKA, TOOO 0 BLAST 600 kai o FASTA trapdyouv atroTeAéopara
oXedOV TTAPATTARCIA PE AQUTA TTOU TTapdyovTal atrd Tn XprHon TG MEBOdou duvauikou
TTPOYPAUMATIONOU. To TToI10 TTAKETO duvaTOTHTWY Ba €TIAEXOEi (METAEU Twv BLAST Kai
FASTA) eTTa@ictal og €TTIOTNUOVIKA KPITHAPIA OTTWG €ival 0 OKOTTOG TNG €PEUVAG, N
TaXUTNTA TTOU OTTAITEITAI, TA €i0N TWV AKOAOUBIWY TTOU CUYKPIVOVTal (VOUKAEOTIOIKEG 1

TTPWTEIVIKEG), Ol TTOIVEG VIO TA KEVA K. 4.
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KepaAaio 5°: lNpoBAnuariouoi
OXETIKA UE TIC OUVATOTNTEC TNG
BiomrAnpo@opikn¢

‘Exovrag peAeTAoel  KATTOIEG QTGO TIG OUVATOTNTEG TIOU  TTAPEXOUV N
BiommAnpogopikry kai n  dladikacia TG aAAnAouxiong Tou  YEVETIKOU UAIKOU
avTIAauBavetal Kaveic To uEyeBog TNG duvaung TTou TTNYACeEl ATTO AUTHV TNV ETTIOTAUN.
O1 emOTAPOVESG KpATOUV OTA XEPIA TOUG £va TTAVIOXUPO «OTTAO» N XPron Tou OTToiou
MTTOPEl va aAAGEEl pICIKA TOV TPOTTIO QVTIMETWTTIONG TWV dI0POpWY TTPORANUATWY
uyeiag. Méoa ammd Tn ouvexr avayvwon Kal JEAETN TOU avBpwTTivou YoVISIWHATOG
épxovtal oTadIoKA OTO QWG VEQ €UPUATA TA OTIOId iIOWG 0ONYNOOUV O€E VEEQ
eQPapuoyES. Mia HEANOVTIK TTPAKTIKA €@apuoyr Ba utropouoe va gival n avarmTugn
ATTOTEAECOHATIKWY OTPATNYIKWY TOCO yia TNV TPOAnwn 600 Kal yia Tn Beparreia
VOONUATWY O€ ATOUIKO ETTITTEDO (N O€ MIKPES TTANBUOUIOKES OUAdEG). Oa PTTOPOUTE VO
gekivioel dnAadn n oToxeuuEvn BepaTtreia oToV EKAOTOTE 0BEVA SiXWG va UTTAPXEI MIA
YEVIKN TTATéVTa N OTToia Ba XxpnoIhoTIoIEiTal 0€ OAOUG TOUG avOPWITTOUG TTOU TTACXOUV
ammdé v idla acBéveia. O kGBe opyaviopog AAAWOTE evOEXETAI VO AVTATTOKPIOEI

OI0QOPETIKA aTTd TOUG UTTOAOITTOUG O€ JIa TTIBavr) Beparreia.

Méoa atrd TI duvaTOTNTEG TNG AAANAOUXIONG TOU YEVETIKOU UAIKOU TTPOKUTITOUV
QUOIKA Kal Katrola nBika ¢ntAuata. Eidape tponyouupévwg 6T péca amod Tov
TTPOYEVVNTIKO €AEyxO UTTApXEl n OuvaTtdTNTa EVTOTIOMOU TTIBAVWY  YEVETIKWV
AVWHOAIWYV. 2TNV TTEPITTTWON dIAyvwong TETOIWV avwpoAiwy, divetal n duvaToTnTa
QIOKOTIAG TNG KUnong. Mia dmmown utrooTnpidel 11 o€ TTEPITITWOEIG OTTOU TO £UPBPUO
JIaYIYVWOKETAI JE VA OUVOPOUO N KATACTOON TOU OTTOIOU PECA ATTO OIAPKEIG HENETEG
KOAEiTaI uN avaoTpéWiun TOTE €ival KAAUTEPA va OIOKOTITETAI N KUnon. Mg Tov TpOTTO
QuTO aTTOPEUYETAIl ICWC PIa «BacavioTIKA» Kal YENATN OUOKOAIES yia TO €uppuo (wA.
2€ OPIOUEVEG TTEPITITWOEIG N CUVEXEID TNG KUNONG EYKUMOVEI KIVOUVOUG Kal yia Thv idia
TN uNTépa. Mia GAAn atmmown utrooTnpidel 611 N dladikacia dIAKOTTAG TNG KUNONG iowg

Eetrepvd Ta avBpwTTIOTIKA 6pla. Me pia Tétoiou €idoug Kivnon agaipouvTal OUCIOoTIKA
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TO dIKAiwPa yia {wr Kal yia OVEIpa EVOG ATOUOU (ayEvvnTou Tn OTIYUN €KEivn) TTapd Tn
BéAnon} TOu. Ze& KATOOTACEIC OQV QUTEG, Ol ATTOQPACEIC AauBAvovTal €CAIPETIKA
OuokoAa. H evnuépwon o€ TETOI0U €idoUg ¢nNTAMATA €ival KAAUTEPA va TTNYAdel atro
TNV id1a TNV KoIvwvia PEOW TTPOYPOUUATWY CUUPBOUAEUTIKAG YEVETIKNAG. PUOIKA, TO
IATPIKO aTTOpPNTO Ba TTPETTEI Va I0XUEI TOOO OTNV TTEPITITWON YEVETIKWY E€CETACEWV

(ka1 TwV ATTOTEAEOUATWY TOUG) OO0 KOl OTNV TTEPITITWOTN XPONG OXETIKNAG BepaTreiag.

2UMTTEPACHATIKA avTIAOUPBAVETAI  KAVEIG OTI PE T Ouvexn €peuva o€
oTroladnTroTe €MOTAPN N diwa yia yvwon mTapauével doBeotn. H yvwon gival duvaun.
Tn duvaun aut) o AavBpwtrog o@eiAel va Tn dlaxelpifeTal owoTd Kal PE coia
oTOXEUOVTAG TTAVTA OTO OUVOAIKO O@eA0G. O 100ppOTTIEG €ival AETTTEG KOl MUTTOPEI
KAVEIG va TIG UTTEPPEI TTOAU €UKOAQ €I0IKA O€ TTEPITITWOEIG OTTOU O ATTWTEPOG OKOTTOG
gival To xpnuaTikd kEPOoG. H avBpwTrid atroteAei To KAEIDi WOoTe N €EENIEN va EXEl

Movéxa BETIKO avTiKTUTTO aTnV Kolvwvia TTou {oUE.
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