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1. NIPOAOIoz

H avdAuon tng aAAnAouxiong Tou (avBpwTTIivou) YOVISIWPOTOG £XEl DIadPAUATIOEl TTOAU
onuavtikd poAo otov Topéa TnG Yyeiag, TO00 Pe TNV TTANBWPEA YEVETIKWY TTANPOPOPIWY TTOU
EXEI TTIPOOQEPEI OTOUG ETTIOTANOVEG KAl OTOUG eTTayyeApaTieg Yyeiag, 600 Kal oTnv Xpron mg
oav dlIayVWOTIKO HECO VOONUATWY AAAG Kal HEGO TTPOANYNG AoBevEIwV.

Me 1O TTépacpua Tou Xpdvou Kal TV euRABuvon TNG yvwong OTIG TEXVIKEG TNG avAAuong,
padi pe TNV TEPAOTIA €GENIEN KalvoUpiwv unxavnudatwy avdAuong Tou YovIDIWPATOG,
TTpoékuwav TTOANG o@EAN OXETIKG He Tnv didyvwon Kal Tnv Oepatreia Twv YEVETIKWV
VOONUATWY. ZUYKEKPIYEVA PECW TNG avAAuong Kal TNG XOPToypd@nong Tou YOVISIWHATOG
KatéoTel duvaTto yia Toug emmayyeAdaTies Yyeiag ox1 pévo va givar oe B€on va diayvwoouv
VEVETIKA vooruata, aAAd kai va Ta mpoAapBdvouv. H avadAuon Ttou yoviSIwPaTOG CUVERAAE
oTnv KAAUTEPN OepaTTeUTIK QVTIMETWTTION VYEVETIKWY voonudtwy, KabBwg péEow Tou
oxedlaopoU Kal TG TTapaywyrng KAaTaAANAwy, yia TO YeEVETIKO UTTOCTPWHUG TOUu aoBevoucg,
QAPMAKWY KATAPEPE va Treplopioel o€ PeydAo BaBud TIG aveTmIBUUNTEG EVEPYEIEG Kal VO
augnoer Tnv ammoTeAeopaTikoTNTa TNG Opdong Twv QApPHAKwY. MECW Twv YEVETIKWVY TEOT
xapdooetar o OpoOuog yia TNV avaTmtuén Kal €@apuoyn Tng YyovidloKAG Beparreiag Tou
aoBevoug, n otroia avTiNeTWTTICEl PICIKA TA YEVETIKA VOONUATA UE OIAPOPES TTPWTOTTOPIOKES
TEXVIKEG.

2T0X0G TNG TTapoUCcag TITUXIOKNG €pyaoiag eivar n  Teplypa@rny Twv HeBOdwvV
aAAnAouxiong tou DNA kal n avddeitn TnG onPavTiKOTNTAG TOUG OTNV KAIVIKA €QApHOYH.
ApXIKG TTapouaialovTal JePIKEG BATIKES €vvoleg TNG PBloAoyiag Kal TNG @uong Tou DNA, émeita
YiVETQI PIa 1I0TOPIKA avadpour Tou YEVETIKOU UAIKOU yia TNV KaTavonon Tou utmofabpou Tou
BépaTog. TNV ouvéxela avaAuovTal ol pEBodol aAAnAouxiong Tou DNA kai yiveTal pia avagopd
OTIG TEXVIKEG aAAnAoUXiong E€TTOPEVNG VEVIAG. 2TO TEAEUTAIO KEQAAAIO ava@EPOVTal Ol
EQAPUOYEG TNG HEBOBDOU aAAnAouxiong aTov Topéa TNG laTPIKAG Kol KATA ETTEKTAON OTOV TOMUEQ
NG NoonAeuTikAG. ZuvoyifovTag divovTal cuuTrepdopaTa atrd Tnv avaluon tng BiBAloypagiag
Kal TTPORANUATIONOI yia HeANOVTIKG dedopéva.

2€& auTOV TOoV TOPEéa O POAOG TOU VOONAEUTH €ival TTOAU ONUAVTIKOG, KABWG PECW TNG
voOnAeuTIKAG dlepyaciag eival IKavodg o VOOonAeutAg va agloAoyei Toug aobBeveig, TTOU
KIVOUVEUOUV VO EPPAVIOOUV IO YEVETIKN dlaTapaxr Kal va XPNOIYOTIOIEI TO ATTOTEAEOUATA TNG
agiohéynong yia Tn O1IaTUTTWON  SIAYVWOEWY KOl TNV  €KTIUNON TWV  AVOUEVOUEVWY
atroteAeouaTWY. ‘ETTEiTa o voonAeutrig avaTtuooel TTapePPACEIS yia va emTeuXbouv Ta
AVOUEVOUEVA ATTOTEAECUATA, TIG OTTOIEG EQAPUOLEl KAl EKTIUG TNV TTOPEIA TNG EQAPHOYNS TWV
Tapeufdoewy TPOG TOuG €mMOuUPNTOUG OTOXOoUG. [a Tnv  €miTEUEn TNG TTAPATIAVW

voonAeuTikAg diepyaaiag ouvtovifovtal OAeg oI TTPOOTIABEIEG aTTd TOV VOONAEUTH, KaBwG



auTtdg ouvepyadeTal PE TOUG AODEVEIG, TIC OIKOYEVEIEG TOUG Kal OAOUG TOUG ETTAYYEAUATIEG

Yyeiag Tou eUTTAEKOVTOI OTNV ETTITEUEN TWV OTOXWV TOU acBevoUg.



2. EIZArQrH

Q¢ DNA opiletal n YyeVETIKI] TTANPO@OpPIa TOU KUTTAPOU Kal KAT E€TTEKTACN N BIOXNMIKA
TAUTOTNTA TOU OpyaviouoU. Eival éva vVOUKAEIKO ofU TTou TTEPIEXEI OTOIXEIQ yia TNV avATITUEN
OAWV TWV KUTTAPIKWY PHop@wv Cwng Kal Twy 1wV (Simon, 2016).

H doun Tou DNA eival TrepitrAokn. ‘Exel cuvABwg Tnv pop@nR dITTAAG £AIKag Kal £va atro
Ta SOUIKA TOU OToIXEia €ival TO yovidlo, TO OTToi0 £xel OpIoTEl WG éva TUARUa Tou DNA utreuBuvo
yia Tnv TTapaywyn evog evfUPOoU 1 JIOG TTPWTEIVNG TTOU EVEPYOTTOIET MIa XNMIKA avTidpaon. Ta
yovidla CUVETTWG €ival EKQPAOTEG TNG YEVETIKAG TTANpoQoOpiag atrd KUTTAPO 0€ KUTTAPO, aTTd
VEVIA O€ YEVIA Kal TO yovISiwMa €ival TO GUVOAO TWV YOoVISIiwV Kal TWV PNXAVICHWY auTwy, TTOU
BpiokeTal o€ Eva KUTTAPO ) QEPETAI OE £va ATOMO.

Emotpoveg Biohoyiag TpootrdOnoav ota péoa TOU  TTPONYOUMEVOU  dIvVA VO
pHeAeTAOOUV TNV OOWN TOU YyoVIBIWMPOTOG. ApXioav Aoimtov  va  TTpocdlopicouv Kal va
TAUTOTTOIOUV TNV aAAnAouxia Tou cuvoAou Twv Bdoewv oT1o DNA Kal va Kataypd@ouv Tng
AeiTroupyieg — avTidpdoelg yia TIG oTToieg ATAV UTTEUBUVO KABE yovidlo.

H o onuavtik péBodog oTov TTPoadIopIcUd TNG TTPWTOTAYOUSG dounRg Tou DNA Kal
oTnv XopTtoypdaenon Tou yovidlwuatog avadeixbnke 1o DNA sequencing pali e TIG
uTTouEBOdOUG Tou. ZTnv Trapouca epyacia Trepiypdgovial kal avaAuovtal ol péBodol

aAAnAouxiong Tou yoviIOIUATOG Kal KatatdooovTal Je BAcn Tn onUavTIKOTATA TOUG Kal TNV

EQOPUOYI TOUG OTNV IATPIKT).

2.1. Aoyl DNA

‘Ewg Kkai TIg apxég Tou 20°Y aiwva o1 ETTIOTAPOVES £Kavav UTTOBECEIG OXETIKA PE Eva
OUYKEKPIPEVO pOpPIo, TO OTToI0 dpoUcE WG N XNMIKA BACN TNG KANPOVOUIKOTNTAG, XWPIG OuWS
va yvwpiCel kaveig tolo nTav auto. lMepittou 10 1950, o1 €1dIkoi avayvwplioav 10 DNA
(6e00&UPUPBOVOUKAEIKO 0EU) WG TO KANPOVOUIKG popIo Kal TTpoadiopicay TNV KOTAOKEUN TOU.
To DNA c¢ivar éva ofu Trou aTtroTeAeital amd voukAeoTtidia (Bupivn, adevivn, youavivn,
kutoaivn). H dour) Tou DNA egival n €§AG: 2 KAwvoI TTou @Eépouv TTAvw TOUG VOUKAEOTIOIO, Ta
oTToia  TNPOUV KAVOVEG OCUMTTANPWUATIKOTNTAG (Youavivn — Kutoaivn, Oupivn - adevivn
TTEPIOTPEPOVTAl EVWPEVOI PE BEOUOUG udpoyovou ot eAIKoed popen (Eikéva 2.1). Kartd tnv
didpkela Tou oTtadiou S — Phase Tou kKuTTapikou KUKAou To DNA gival eUkoAa opatd dIoTI HEow
Tng Odladikaciag TNG avTIypa@riG CUMTIUKVWVETAI OE  HOPPA  XPWHOCWHATWY, €VW
TTAPATNPWVTAG KAVEIGC TO KUTTAPO o0€ oudétepn @Acn, dIATOTWVEl OTI TO YEVETIKO UAIKO
BpiokeTar o€ PoOP@N XOAAPWY IVWV OKAVOVIOTOU OXAMOTOS. Ta Xpwuoowpata gival
‘ouockevaopéva’ TUAPaTa DNA, To otroio TTepIoTpé@eTal yUpw aTTd Hia opdda TTPWTEIVWV TIG

IOTWVEG oav £va axolvi yupw atrd Xavrpeg (Simon, 2016).



Eikéva 2.1. Aopurj dikAwvou popiou DNA.

2.2. NoukAeoTidia kai NoAuvoukAgoTidia

KdBe popio DNA ocuvtiBetal amd PIKPEG OOMIKEG Povadeg, Ta voukAeoTidla. O
Baoikdg dgwvag evdg voukAeoTIdiou apBpwvetal atrd pia Tevidln (deoupiBoln), éva odakxapo
ME 5 daTtopa AvOpaka, €va POpPIo @WOQPOPIKOU OEEOG Kal MIa opyavikh alwTtouxa PBdon
(Troupivn: adevivn, youavivn A Tupiidivn:  Buuivn, kutocivn) (Eikéva 2.2). H
CUPTTANPWHOTIKOTNTA TTOU aKOAOUBOUV o1 BACEIS yIa TNV évwon Twv 600 KAWVWV gival N €¢AG:
n adevivn evwverar pge Bupivn evwd n youavivn pe Kutooivn kal Ta euyn PBdoewv TTOU
dnuioupyouvTal cuykpatouvTal pJe OEOPOUG UdPOYOVOU. Ta VOUKAEOTIOIA ATTOTEAOUV TIG
YEVETIKEG TTANpoPOpieg OTav autd ekppadovTal. KABe KAWVOG @EpeEl TTAVW TOU PEPOVWHEVA
VOUKAEOTIOIO, TO OTToia TrapaTtayuéva oTnv oeipd ouvioTouv €va TToAuvoukAeoTidlo (Simon,
2016).
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Eikéva 2.2 Baoikd oToIxeia G&ova VOUKAEOTIBIWV.

2.3. Avtiypa@n, Metaypagn, Metdepaon

To KevTplkO doyua TnG BioAoyiag mrepidapBavel Tnv avtiypagr Tou DNA, Tnv heTaypagn

o€ RNA kai Tnv petdepaon oe pwrteivn (Eikéva 2.3).

aTTO TO
’ DNA

RNA
5V-.--.-.---.-..-...--.

otV
HoN- CDETHED-CO- T~ C0oH Trpr aivn

auvogga

Eikéva 2.3. Kevipikd déypa NG BioAoyiag.

MPQTEINH

2.3.1. ANTIFPA®H
MNa va emrteuxBei N avdmTuén Tou opyaviopoU Kal KAT €TTEKTACN N Ouvéxion Tou €idoug
Kal N KAnpovouikoTnTa Baoikéd oToixeio gival n pyetaBifaon Tou DNA a1mé KUTTOpOo o€ KUTTOPO

Kal atro yevid o€ yevid. NpoumdBeon authg Tng diadikaaoiag eival n avtiypagn Tou DNA.
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H kartaokeury Tou DNA Bétel oe epapuoyry auty Tn Acitoupyia emmeldr) KéBe kKAWvog
ouvatal va atmmoTeAETEl EKPAYEIO WOTE va TTpoadiopicel TNV dnuioupyia evog AAAou KAwvou.
210 TTpwTa oTddia avTiypa@ric Tou DNA, n mmoAuvoukAeoTidIk aAuaida dixaleTtal, o1 KAwvol
Tou apxikou popiou DNA atropakpuvovTal 0 évag atrd Tov GAAov woTe KABE KAwvOG
MeEpovwpéva va atroTeAécel TTPOTUTTO yia Tnv dnuioupyia véag aAucidag Xdapiv oTnv
CUPTTANPWHOTIKOTNTA TwV PAcewv TTou @épel. ‘ETol TrTapayovtal dUo véa pépia DNA 110U TO
KAOe éva TTEPIEXEl VA VEOOUVTIOEPEVO KAWVO Kal évav KAWVO TOoUu apxIkou popiou, yI' autd Kal

OVOMAZETAl NUICUVTNENTIKA N S10dIKaTia TG avTiypa@rs Tou (Eikova 2.4).
Huiouvtnpnrikog SittAaciacpog DNA

ApyIKO popio \6
DNA N

20¢ SITTAQCIaoHog

Eikéva 2.4 HuiouvtnpnTikr diadikaaia avtiypa@rc Tou DNA.

H diadikacia Tng Avtiypa@rg Tou DNA TrepiAaupBavel 3 otddia:

ApXIKa éva €vCupo, n gdikaon, diaxwpilel Tnv éAika Tou DNA, amopakpUvovTag Toug
KAwvoug Tov évav atmo Tov dAAov. KdBe évag atrd Toug dUOo SlaXwPIoHEVOUG KAWVOUG BEXETAI
éva évCuuo, Tnv DNA moAuuepdon, n otroia dnuioupyei éva véo popio DNA Ttrou eival
OUPTTANPWHOTIKO TTPOG KABe KAWvo. MpooBétel dnAadry cupTTANpwUATIKA VOUKAEOTIdIO o€
KABe KAWVO Pe OKOTTO TV dnuioupyia dUo véwv popiwv DNA. Tnv diadikacia oAokAnpwvel To
évQupo Aiydon, n otroia evwvel Ta TTPOIOVTA avTiypa@ng Kal Ta emuépoug Bpavouata (Eikéva
2.5) (Simon, 2016).
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Eikéva 2.5 AlaﬁlKaola avnypacpr]g Tou DNA Kal dpdan Twv evCUPWV.

2.3.2. METAIrPA®H
Eival To TTpwT0o OTABIO TNG £KPPACNG TWV YOVIOIWY Kal avaAugl Tov TPOTTO JE TOV OTTOI0

T0 DNA petatpétretal o€ RNA (Eikova 2.6).

DNA
R__9Q OOOOOOCJj
B OO
BAAAEARHER
KAGV

OC’QOOOOOT

VOG-eKpaye(o

1 METArPA®H

QOGOOGOC
uuuuuu ERER=

RNA

Eikéva 2.6 Metaypagri Tou DNA og RNA.

AuTO etmiTuyXAveTal Je TNV cUPBOAN piag aAucidag Tou DNA wg TpdTuTiou, Utro TV
BonBeia Tng RNA mmoAupepdong, pe Tn diagopoTroinan 6Tl N BAcon oupakiAn avtikaBioTd Tnv
Bupivn yia Tnv dnuioupyia evog véou popiou RNA (Eikéva 2.7).
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Eikéva 2.7 Mopon kai Asitoupyia Tng RNA TToAupepdong.

OAn auth n dladikaoia emmTEAEITAl O€ TTUPNVIKO ETTITTEDO KAl O OKOTTOG £ival N YEVETIK
TTAnpogopia va @Tacel oTa piBocwuarta yia TNV évapén tng mpwreivoouvbeong. H petaypan
TeAeiwvel 6tav N RNA 1ToAupepdon cuvavtioel pia €10Ikr) aAAnAouxia ANENG. ZTn ouvéxela TO
RNA Ba utroBAnBei oe akdun pia diadikacia, TTPoToU Aol TOV TTUPHVA, KATA TNV OTToia O1 [N
KWOIKOTTOIOUOEG TTEPIOXEG TOU (e0dvIa) Ba TTPETTEI va atTopakpuvBouv. O1 Trepioxég TTou Ba
KWOIKOTTOINOOUV apIvogéa (£¢ovia) Ba ouppagolv PeTAlU TOug a@oUu aTTOPaKpuvBouv Ta
eoovia (Simon, 2016).

2.3.3. METAOPAZH

“Yotepa atrd Tnv emmeepyaoia, TO TEAEIOTTOINUEVO POPIo RNA ovoudleTal ayyeAopopo
RNA kai auté d16TI eyKaTaAEITTEl TOV TTUPAVA Kal QEPEI Padi TOU TIG YEVETIKEG TTANPOPOPIES Yia
TNV TTPWTEIiVOoUVOeDN. H peETGQPAcn TTPAYUATOTIOIEITAl OTO KUTTAPOTTAAOUA, O€ KATTOIEG
OOUIKEG Hovadeg TTou ovopdadovTal piBoocwuata. H diadikacia apxicel étav éva pépio mRNA
OuvOEETAI O€E [ia PIKPA PIBOCWUIKN UTTOPOVAdA. 2Tn CUVEXEIA £va POPIo PHETAPOPIKOU (tRNA)
ouvdoEeTal PE TO KWwAIKOVIO €vapgns Tou MRNA kal ovopdletal YeETaQOPIKO BIOTI QEPEI Eva
auivoéu. ‘Etreira pia geyadAn pIBOCWHIKA UTTOPOVAdA CUVOEETAI PE TNV PIKPA SNUIOUPYWVTAG
éva oAokAnpwuévo piBéocwpa. To TpwTto tRNA T1TOU Ba @TACEI OTO PIBOCWHA PEPEI TO ANIVOEU
peBeiovivn (Met) aAAnlouyxia Ttou otroiou eivar To UAC kal Ba 1Tpoodebei 010 KWAIKOVIO
évapéns AUG. lMNa va oAokAnpwBei n évapén 1o avTikwdikdvio Tou popiou tRNA TTpocdéveTal
ME TO KwdIKOVIO Tou MRNA a@AvovTag To apivogu Tou oTnv pIBocwIKA povada. H diadikaaia
ouveyiCetal pe Ta uttéAoiTTa popia tRNA, Ta omoia Ba TTPooBEéTouv T aUIVOEEQ TOUG HE
ouvétTela va dnpioupynBei pia TTOAUTTETITIOIKT aAugida. O TEPUATIONOG TNG METAPPAONG
oAokAnpwveTal 6Tav 10 PIBOGCWHA avayvwpicel éva Kwolkovio Angng (UAA, UAG, UGA) Ta

otroia 8a onuévouv Tnv ARgN TnG petappaong (Eikéva 2.8) (Simon, 2016).
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Eikéva 2.8 Aladikacia petdeppaong.

2.4. Tovidia kai Fovidiwya.

KdaBe avBpwtrivog opyavioudg cival povadikos. ‘ETor kal Ta €idn Twv KUTTApwV atmod Ta
oTToia aTroTEAEITAI dlAPEPOUV PETAEU TOUG WG TTPOG TNV HOP@r Kal T AEIToupyia Kal auto
yiveral, O10TI K&Be €idog KUTTApoOU gival UTTEUBUVO yIa ThV TTOPAYWYN EEEIDIKEUPEVWIV
TIPWTEIVWV, YEYOVOG TTOU OQ@eiAeTal oTnv yovidlakn ékepacn. Ta yovidia TrepIAauBAvouV
OTOIXEIQ TTOU gival aTTapaAiTATA YIa TNV OUVBECN TTPWTEIVWY, ETTOUEVWG, OTAV Ta yovidia ival
avevepyd, onuaivel 0TI n JETARAON TNG YEVETIKAG TTAnpo@opiag atmmd 1o DNA oto RNA kal oTn
ouvéxela oTnv TpwTeEivn, dnAadr n yovidlakn ékgpacn, dev éxel emTeuxBei. H amméoTaon atrd
TO yovidIo oTnV TTPWTEivN €ival yeydAn Kal TTEPITTAOKN, WOTOCO UTTAPXOUV OnuEia emMTAXUVONG
N emPBpaduvong Kal evepyoTToinong 1 amevepyotroinong tng odiadikaciag. Emmpdobera,
avaAoya Tov TUTTO TWV KUTTAPWYV TTOU QEPOUV Ol IOTOI, N €KPPAon Twv Yovidiwv yiveTal
EMAEKTIKA. AnAadr, o€ opiopéva KUTTapa AoPBAvel PEPOG N EKPPACN OUYKEKPIMEVWV
yovIdiwv, Ta OTToia OPWG deV eKPPAovTal o€ AAAa KUTTAPA.

Ta yovidia Traifouv onUAvTIKO POAO OTNV BIAKUTTOPIKN ETTIKOIVWVIA aAAd Kal oTnv
eowkuTTapPIKA. Mapadeiypatog xapiv, n YEVETIKA TTAnpo@opia eEwOeital atrd Tov TTUPriva OTO
KUTTaPOTTAaOPa e TNV OUPBOAR Tou RNA Kal €vepyoTrolEiTal N A€IToupyia OpICUEVWV
opYoVvUAIwY Pe oKoTTé Tnv TTpwTeivoouvBeon. Oowv agopd Tn SIAKUTTAPIKY ETTIKOIVWVIA Ol
TIPWTEIVEG, TTOU aTToTEAOUV TTapdywya yovidiwy, ouvteAOUV 0TNV ONUAToddTNoN atmd KUTTAPO
o€ KUTTapOo. To amoTéAeoua auToUu TOU CANATOG PTTOPET va TTUPOBOTACEI TNV dnuioupyia vEwv
TpwTteivwy. ‘Eva TéToI0 TTOPAdelyua €ival n KUTTAPIK onuatoddTnon TG avamTugng evog
opyaviopou atrd £uRpuo oe evAAIKO. ZuPTTEPAoUATIKA, Ta yovidla aTToTEAOUV CUYKEKPIMEVES
aAAnAouyieg Twv voukAeoTIdiwy Tou DNA, oTIG oTroieg cuppaivouv JETAAAAEEIG, OTav auTég Bev

TTANPOUV TOUG KAVOVEG CUUTTANPWHATIKOTNTOG 1 OTav auTég Ola@éPouv aTTO TOV TUTTIKO
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TTPOTUTTO pNXaviouo avtiypa®nig DNA. O1 ueTaAAGEEIG evOEXETal va gival BETIKEG A apvnTIKEG,
60wV apopd To avatrTuElako emmiTTedo. YTTAPXEI OPWS Kal N TTEPITITwon va gival empRAaBeig ol
METOAAGEEIG, yeyovOog TTou yevvda Béuata BionBikAG. To €idog Twv PETAANAEEWY TTOIKIAAEI
avaloya Pe TO €UPOg Twv VOUKAeoTIdiwy, trapadeiyuatog xdapiv 6tav kavouue Adyo yia
onuelakn HETAAAAEN evvoeital n avTikaTdoTaon evog VOUKAEoTIOiou Tou DNA pe éva GAAo Kkai ol
TTaPAYoVTEG METAAAGEEWY PTTOPET va gival TTEPIBAAAOVTIKOI, QUOIKOI 1] XxNMIKoi. KaTt' eTTékTaon
w¢ yovIdiwpa opifeTal TO CUVOAO TwV YoVISiwV TTOU UTTAPXOUV OTO avOpPWITIVO KUTTAPO Kal N

EPyaoTNPIOK HEAETN TOU avadEeIKVUETAI OAOEVA KAl TTIO ONUavTIKr (Simon, 2016).

2.5 Xpwpoowpata Kal XpWHOOWHMIKEG aVWHOAAIEG

2€ éva avBpwTTIvO KUTTAPO TTEPIEXETAI YEVETIKO UAIKO UAKOUG 2 PETPwY. YTTApXOouV
EEUTTVOI UNXQVIOMOI OTO €0WTEPIKO TOU KUTTAPOU TTOU TO GUMTTUKVWIVOUV O€ MIKPEC OOMEG —
TTAKETA, TO XPWHOOWMHOTA, WOTE va ££ac@AMIOTEl N akpIBrg KATavour Tou oTa BuyaTpikd
KUTTapa PE TTPOKABOPICHEVO TPOTTO. H KaTavour Tou YEVETIKOU UAIKOU aTtrd Ta apXIKO KUTTApOo
ota BuyaTtpikd yiveralr péow tnv diadikacia TG WiTwong i TG ueiwong, étav TTPOKEITAl yia
OITTAOEIOEC | aTTAOEIBEC (YAMETNG) KUTTAPO avTioTolxa. Ta XpwuoowuaTta Ogv €ival TTAVTa
OPATA OTO ECWTEPIKO TOU KUTTAPOU. TO YEVETIKO UAIKO CUUTTUKVWVETAI HOVO OTaV TTPOKEITAI VO
QvTIYPOQEi JE OKOTTO TNV KUTTAPIKN dlaipean Kai n 1I8aVIKr) KUTTAPIKA TTEPIOOOG yia va PeAETNOEI
gival, katd Tnv didpkeia Tou oTadiou S (S phase) Tou KutTapikoU KUKAou (Eikdva 2.9) (Reed &
Donnai, 2010).

B T T Y TR TR Y
1IN IO B
[ 7 8 9 18 11 12
TERIER] A TRET
YL PR gﬁ’

Eikéva 2.9 OuacioAoyiKOG KOpUOTUTTOG OPOEVIKOU avOPWTTOU.
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ExkT6¢ ammd Tnv yvwon TNG QUOIOAOYIKAG BOUAG Kal AEITOUPYIOG TWV XPWHOCWHATWY, N
MEAETN TWV XPWHOCWHMIKWY avwuaAiwy gival €EicoU onUAVTIK O QPKETEC OIAPOPETIKEG
KAIVIKEG KATOOTAOEIG:

O1 XpWHOCWHIKEG avwaAieg attoTeAoUV aITia OTEIPOTNTAG KAl GUXVWY aTToBOAWY O€ PEYAAO
TT0000TO.

APKETEG VEOYVIKEG TTONAATTAEG OUYYEVEIG aVWHPONIEG OPEIAOVTAl OE XPWHOOWUIKEG AVWHAAIEG
KAl N OUMPBOAN TOU TTPOYEVVNTIKOU EAEYXOU €ival KABOPIOTIKI OTNV avixveuon Kal TTpoAnwn un
(QUOIOAOYIKWY KUNCEWV.

ETTiKTNTEG XPWHUOOWHMIKEG AVWHPOAIEG TTOU BpiokovTal OTO CWUATIKA KUTTAPA, E£YKUPOVOUV
KIVOUVOUG aVATITUENG KAPKIVIKWY KUTTAPWY KAl OPICUEVEG POPES £XOUV IDIAITEPN BIAYVWOTIKNA

Kal TTpoyvwoTiKA agia (Reed & Donnai, 2010).

O1 XpWHOCWUIKEG avwaAies uTTopei va gival apIBuNnTIKES 1 DOMIKES. AnAadh, uTTopEi va
TTPOKUTITOUV  €iTe  Adyw AavBacouévou aplBuol  XpwHoOwHATwY €iTe Adyw evog R
TTEPICOOTEPWY  XPWHOOWHATWY HE OOMIKA AAON. APKETEC APIBUNTIKEG XPWHOCWHMIKES
avwuaAieg, €xouv augnuévn ouyxvoTnTa Kal TTPOKAAOUV KAIVIKA avayvwpioiya ouvopopa.
AUTEG OloKpivovTal O€ 2 KATNYOPIEG:

AGBn otnv TAoeidia, otav OnAadn umdpxel AavBacuévog apilBudg OAng TG GEIPAg
XPWHOOWHATWY CUUPWVA JE TOV KAPUOTUTTO. Y. oI YapETeS cival aTTAocideic (n=23). Zuyvd
OUo oTreppaTtolwdpia UTTOPE va YOVIUOTTOIAOOUV £€va wdplo TTapAyovTag €va TPITTAOEIOEG
(83n=69). H TpImTAocidia cival cuxvo OQAAPa KaTd TNV cUAANWN Kal Ta KUAPOTA BV ETTIRILOVOUV
TTOTE.

AveutrAocidia: dtav Ta KUTTapa £XOUV JOVO £va 1] TTEPICOOTEPO JEUOVWHEVA XPWHOTWUOTA O
MEYAAN Trepicocia 3 amovra. Kutrapa i dvBpwtrol Pe éva TTEPICOOTEPO 1 Eva XPWHOCWUO
peiov  gppavifouv TpiIcwWMia 3 govoowpia TT.X. ouvdpopo down pe Tpia  avriypaga

xpwuoowuarog 21(Eikéva 2.10) (Reed & Donnai, 2010).

\:1( 14 f}{ 1Y

Y WMl i & it
‘1;*‘ .‘14‘ ‘|5.,I l I : J ilaaI

B e a~
15' 'lml Erx)

] "
Eikéva 2.10 KapuTtutrog pe tpiowyia 21 (47, XY + 21).
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AopikéG avwpalieg ptropei va gival avwuaAieg 6TTwg, n avaorpoen (inversion), oTTou
THAMO €EVOC XPWHOOWHATOG £XEl DIAPOPETIKO TTPOCAVATOAMIOUO O oxéon ME TO UTTOAOITTO
XPWHOoWHa, n perdbeon (translocation), avwuaAdiag  otnv otmoia dU0 xpwHOoWPATA
avtaAAdoouv pn oudAoya TuAuata. EmmmpocBeta avwpualieg, 0TTwG ol eAAgiweic (deletions), ol
oTT0iEG TTapPouCIGlouv OTTWAEIQ KATTOIOU TUAMATOS TOU XPWHOOWHATOS. TEAOG, uTtdpyouv Kai
ol onrAaciacuoi (duplications), 6TToU TUAMA OPICHEVWY XPWHOOWHATWY gival dITTAG(Eikdva

2.11) (Reed & Donnai, 2010).

ABCDE FGH A BCE FGH

o ~ _ Deletion , - - \
dImxoTD - CEEEEED

[F)] '

A BCDE F GH A B C8.CD E .G N

r = Duplication =
HONED S&  mmonm®
|

UG Dk H I A8 ol o - F G H
; v " 00N P
- LD - CHE () 1
«© ) )
A B CDFE F G H MNOCD E ¢F G H
& TUTD | ___Emmomm®
s ")‘)_::[: Reciprocal - AL —
translocation
- - -
MNOPGQ R 1 8P Q R
~— —
) 1 § \
X =sis -

Eikéva 2.11 AOMIKEG AVWHOAIEG XPWHOCWHATWY.
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3. MeA£TNn TOU YEVETIKOU UAIKOU

3.1 loTopikA avadpoun

H avakdAuwn tou DNA ouvéBn 1o 1869 amd tov Johann Friedrich Miescher, évav
EABeTd Bloxnuikd, o otroiog epydfovrav oto Tubingen tng MNepuaviag. To TTPWTO UAIKO TTou
éNaBe Atav amd avBpwTTiva ALUKOKUTTAPO Kal TrepIEixe akaTépyaoTta peiypata DNA kai
XPWHOCWHIKWY TTpwTEivwv. ‘Eva xpdvo apydTtepa, agou o Miescher pyetakouioe otnv BaoiAgia
NG EABeTiag, meipaupartioTnke pe OTTEPPA COAwMOU Kal TTapackeuace éva kabBapd Ociyua
VOUKAEIKOU 0&€0¢. O1 peAéTeg Tou €pepav wg atmoTéAeoua OTI To DNA €xer 6¢iveg 1816TNTES Kal
givar TTAoUGCIO 0€ PUOEPOoPO, OTTWG £TTiong £0€iEav OTI Ta uopia Tou DNA rTav TToAU peydAa
(Eikéva 3.1) (Brown, 2010).

Eikéva 3.1 Johann Friedrich Miescher.

2xedOV évav aiwva apyoTtepa avadeixobnke 611 7o DNA ATav TO YEVETIKO UAIKO JEOW HIOG
oe1pdg TeipapaTwy Twy Alfred Hershey kair Martha Chase, kaBwg £éwg 10TE BewpouvTav OTi Ol
TTPWTEIVEG €QPEPaV TIG TTANPOPOPIES yia TNV KAnpovopikéTnTa (Wikipedia, 2018).

Oocwv agopd Tnv dounl Tou DNA, dUo ovéuarta gival GppnkTa GUVOESEUEVA E QUTHY,
ouykekpigéva o James Watson kar  Francis Crick avakdAugwav 10 1953, 611 ota {wvrtavd
KUTTapa OU0 aAucideg DNA TrepIoTpEéPOVTal N Mia yUpw atrd TNV GAAn oxnuarti¢ovrag tnv
OITTAR €AIKa, yeEyovog TTOU TNV KATEOCTNOE TNV TTIO ONPAVTIKA avakdAuywn tou 20°° aiwva
(Eikéva 3.2) (Brown, 2010).
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Eikova 3.2. O James Watson kal Francis Crick.

3.2 'Evqupa yia TTeIpapaTiono pe To DNA

H BewpnTikA yvwon yupw atmdé 1o DNA Kail To yovidiwpa gival onuavTikr, woTdoo e&ioou
ONUavTIK  €ival N €EETAON TWV TEXVIKWY KOl ETTIOTNUOVIKWY TTPOCEYYIOEWY TTOU €XOUV
XPNOIUOTTOINBEi yia TNV PEAETN TOU YOVIOIWUATOG , ME OKOTTO ThV KAAUTEPN KaTtavénon Tou
avTikelévou. O1 TEXVIKEG aUTEG TTOU XpnoldoTtToidnkay atrd BioAdyoug yia Tnv PHEAETN POpiwy
Tou DNA avamtuxenkav Tnv dekaetia Tou 70’ kar 80" ApxIKA n peAETN yovidiwv BaoifoTav o€
MEBGOOUG KAQOOIKNG YEVETIKAG, OTNV TTOPEia Ouwg avamTuxbnkav auecotepeg pyEBodol, TTou
atroTéAecav KOMPIKG onueEio Kal TTapeixav oToug PJopiakoug BIoAdyoug éviupua KaTaAANAa yia
meipapaTioyd pye DNA. TMNa va koBopioTouv o1 Asitoupyieg TTOAWV  TETOIWV  evCUPWY,
XPEIGOTNKE va aTTOPOVWOOUV Kal va PEAETNBOUV o1 avTIOPACEIG TIG OTTOIEG KATAAUOUV Kal €V
ouvexeia  xpnoiyotroindnkav w¢g  €pyoAgia yio Tov TTEIPOUATIONG pE POpia Tou DNA,
TTapadeiyyarog XAapiv yia tnv avriypaery TuNUATwy DNA, Tnv TTEPIKOTT TTOAAWV HIKPWV
TMNHATWY DNA Kkai dnuioupyia avacuvduaouwyY TTOU OEV UTTAPYXOUV OTNV QUOT. Ta eupiwg
Xpnoiyotroloupeva £vquua dlakpivovTal o€ TEOOEPIG HEYAAEG KaTnyopieg: DNA loAuuepdoeg,

NoukAedoeg, Niykaoeg, Eviuua tporrommoinang twv akpwyv, @opeic (vectors) (Brown, 2010).

3.2.1. DNA NOAYMEPAZEZ

‘Eva évqupo ouvBeong DNA avagépetal wg DNA moAuuepdon (DNA Polymerase). Evw
éva €vCupo TTou avTiypdeel éva poplo TTou non uttdpxel, avagépetal wg DNA moAuugpdon
eCaptwpevn amd ekuayeio (template-dependent DNA polymerase). H DNA moAuugpdon
eCapTwpevn atrd ekpayeio ouvBETel Eva véo TToAuvoukAeoTidlio DNA Tou otroiou n aAAnAouyia
odnyeital ammd Toug KavOveEG CUPTTANPWHATIKOTNTOS Twv PAcewv Tng aAAnAouxiog Tou

TUAPaTog DNA 110U avTiypdeeTal. MpoUTrdbeon yia TV ekkivnon piag avTtidpaong avtypa@ng
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Tou DNA civar n mpdéodeon NG DNA moAuugpdong oT1o ekpayeio evog Bpaxéog ouvOeTIKOU
VOUKA£0TIBIOU, prkoug TrepiTTou 20 VOUKAEOTIBIWY, TTou AsIToupyei wg eKKIVNTAGS (primer) yia T
ouvBeon DNA. AtLiCer va avagepBei o611 o1 TepioooTepeg DNA  moAuuepdosc TTou
XPNOoIJoTIoloUvTal 0Tn Hoplakh PBioAoyia eival ékdoxa Tou evluuou DNA TToAupepdon | Tou E.
coli., n otroia ATAV N TTPWTN TTOAUPEPACH TTOU avakaAU@TNKE atrd Tov Arthur Kornberg 1o 1956
(Eikéva 3.3) (Brown, 2010).

Chromosome
Free nucleotides
0

DNA polymerase

“[/:
?\
¢

Original
(template)

DNA 'Lagging —_—

strand
Replication
fork

@ Adenine
@==x Thymine

@@= Cytosine >/—“
@ Guanine

DNA polymerase Original (template) DNA strand

Eikéva 3.3. Opiopdg kai Asitoupyia Tnv DNA MoAupepdong.

3.2.2. NOYKAEAZEZ

Ymapyxouv TIOAG €idn NG NoukAedong Ttou e@apudlovTal oTnv  TEXVOAoyia Tou
avacuvdouaopévou DNA. O1 1o onuavtikég atmd autég eival ol eEWVOUKAEGOES Kal Ol
evoovoukAedoeg. O1 TIPpWTEG atropakpuvouv voukAeoTidlia Tou DNA fj Tou RNA kai o1 dUTepEg
dla0TToUV  €0WTEPIKOUG  PWOPOBIECTEPIKOUG deOoMOoUG. [dlaiTepog €ival O poOAog  Twv
EVOOVOUKAEaowWVY, Ol OTToieG TTAICOUV KEVTPIKO POAO OTOUG TOMEIC TNG TeEXVOAoyiag Tou
avaouduapévou DNA. O1 evdovoukAedoes mepiopioou (restriction endonucleases) eival éva
évCupo TTou ouvdéetal o pia €101k aAAnAouyia Tou TUAuatog Tou DNA Kal TTPOKOAEl Wia
didvoitn o€ auTAv f KovTa TnG. Xapiv otnv €IBIKOTNTA TNG aAAnAouyiag, av n aAAnAouyia Tou
DNA ecival avayvwpioiun, T0Te n EVOOVOUKAEGON TTEPIOPICUOU ETTITPETTEI TNV KOTTH) Tou DNA o€
kaBopiopéveg Béoeig. H ouykekpipévn IkavotnTa BepeAilovel OxI JOVO TNV KAwvoTToion Twv
yovidiwv aAAd Kal Twv UTTOAOITTWV TOPEwY TNG TEXvVoAoyiag Tou avacouvduaouévou DNA
(Brown, 2010).

3.2.3. NFKAZEZ
Ta tuAuata DNA TTou TTapdyovtal atmd [ia eVOOVOUKAEAOn TePIOpICUOU WTTOPEI va
EavaevwBouv PeTagl Toug ) va ouvdeBouv e €va vEo poplo xapn o€ pia DNA Aiykdon péow

Miag dlodikaoiag n otroia katavaAwvel evépyela ammd 1o ATP 1} NAD. H o diadedopévn
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Aiykdon AapBdvetal ammé kKUTTapa E.coli poAucpéva amd Baktnplopayo T4. MNpoltméBeon yia
TNV oUvOeon OUO KAAOUATWY TTEPIOPICHOU €ival n oUVOECn 2 PWOPODIECTEPIKWY OETHUWY,
évav yia KaBe kKAwvo atrd TNV Alykaon kai yia va cuuBei n avridpaon amaiteital oTevr) €TaQn

TwV AKpwv TTOU TTPOKEITAl va ouvdeBouv (Brown, 2010).

3.2.4. ENZYMA TPOMNOMNOIHZHZ TQON AKPQN

Mapdadelypa evfupou TpoTToTToinoNG Twv dkpwyv (end-modification enzyme) atroTeAei n
TEAIKN) O€OEUVOUKAEOTIOIKY Tpavaopepdon, EVCUUO TTOU TTPOEPXETAI aTTO Tov BUO adéva Tou
Bodiou. ‘Exel TNV IKavOTATA va CUVOETEl €va VEO TTOAUVOUKAEOTIDIO XWpPiG feuydpwua BAoewv
TWV TTPOCTIOEPEVWV VOUKAEOTIBIWY UE i TTpoUTTdpxouca aAucida DNA. Baoikdé pdAog autou
Tou ev{UPOU gival 0 OXNMOTIONOG OPOTTOAUMEPOUG oupdg oTo avacuvduaouévo DNA. Auo
emmAéov évquua TpoTToTTOiNONG TWV AKPWV €ival N aAkaAikn @woeardon kol n T4

moAuvoukAeoTidikn kivaon (Brown, 2010).

3.2.5. ®OPEIZ (VECTORYS)

O1 @opeic cival TuRuata DNA TTou TTpoEpyovTal aTTd QUOIKOUG I0UG 1 TTAACHIdIa
Kal XPNOIUMEUOUV O€ E€PYOOTNPIOKEG MEAETEC Péow Tng dladikaciag Tng kKAwvotroinong. H
KAwvoTroinon artroteAoloe €wg Ta  Péoa Tou 1980 TOV TTaPAdOOCIaKSG TPOTTO ATTOMOVWONG
TUNUATWY DNA yia peAéTn. Kevtpikn 16éa TnG eival n €€NG: €dv éva TuRua DNA ciocaxdei pe
KAatdAAnAo TpoOTTO 0€¢ éva KUTTAPO Kal TO KUTTAPO QUTO UTTOOTEl KOAMEPYEla, TOTE KABE
BuyaTpikd KUTTAPO TNG aTroIKiag Ba @EPEl Eva avTiypa@o Tou TPAPATOS TTou €101X0n apxikd. Ol
Qopeig Aoitrdyv, €ival TUAUATA TTOU TTEPIEXOUV XOAPAKTNPIOTIKA, Ta OTToia KaBioTouv Ta KUTTapa
Tou &evioTh (E.coli, {upouuknrag, KUTTapa BnAacTIKWV, K.d.) QVEKTIKA WG TTPOG TO EI0AYONEVO
TMAMa DNA kal TO avTiypd@ouv. To TUAUa TTPOG avTIypopr EVOWMOTWVETAI OTOV @Qopéd,
oxnuaTifovtag €101 éva PHovadikoe avaouvduaouévo pépio DNA. Mepikoi atrd Toug Qopeig TTou
XpnolpoTToiouvTal yia TNV KAwvoTtroinon TunuaTtwy Tou DNA €ival To TTAaguidio, To Koauidlo, To
BakTnpIakd TexvnTo Xpwpoowua (BAC) kai 10 TeXvNTO Xpwuoowua Cupopuknta (YAC). Kdabe
TUTTOG QopEa £XEl avWTaTO OpIo Yia TO PEYEBOG Tou TUARUaTog DNA TTou UTTOpEl va PETOQEPE]
(Reed & Donnai, 2010).

3.3 Mé0odoi1 eAéyxou Tou DNA

O1 uéBodor eAéyxou Tou DNA xpnoiygoTToiouvTal OTNV YEVETIK Ol HOvo yia Adyoug
¢peuvag aAAG Kal yia Tov eVIOTTIONO PETAAAAEEWY (BUOUOPYIES, TTAPAUOPPWOEIG, BUCTTAATIEG,
ouvdpopa). O1 epyaoTnplokEéG pEBodol TTou e@apudlovTal akoAouBoUv dUO CUYKEKPIUEVOUG

TPOTTOUG TTPOCEYYIoNG, Tov UBpIdioud TG aAAnAouxiag o€ pia cupTTANPWHAOTIKY aAAnAouxia
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TTou €xel onuavelei (probe) kai Tov moAAarmAaoiaoud aAAnAouyiac oréyxou (Reed & Donnai,
2010).

3.3.1. YBPIAIZMOZ

O1 dUo aAucideg TNG éAikag DNA ouykpaTouvTal PECW AdUVOHWY XNUIKWY OECUWV
udpoyovou HETAEU TwWV CUUTTANPWHMOTIKWY Bacewv. O1 deopoi auToi €mmeimra amo ékBean o€
uynAn Bepuokpacia kal uwnAd pH amodiatdooovtal eUkoAa (DNA denaturation). Ta
OCUPTTANPWHOTIKG VOUKAEIKG 0géa oTav Bpiokovtal o€ hovr) aAucida ptropouv va uBpidioTouy,
dnAadn va ouvdeboulv, waoTe va axnuatioouv Tnv OITTAN €AIKA, €@OooV avapixBouv og diGAupa
pETpIag Bepuokpaciag (50-60 °C) kar pétpiou pH. H poplakni BioAoyia xpnoiyoTrolgi Tov
uBpIdIoud wg Baon yia Tov éAeyxo DNA kai ol €éAeyxol uBpidiopoU TTou XpNoIKoTToIouvTal
dlakpivovTal o€ dUO KATNYOPIEG: TTPWTOV, TOV EVTOTTIONO HIOG ONUEIOKAG METAANAENG i MIOG
MIKPNG pETABOAAG oTnv aAAnAouyia Tou DNA Kkai deUTepOV, Yia TECT UBPISICHOU TTOU AEITOUPYET
otroudATroTe 0T0 DNA aveEapTATWG TOU PeyEBOUG SIa®opwy 1 PETOROAWY UETaLU Tou DNA
IaQOPETIKWY avlpwTTwy. MNapddelyua TG TTPWTNG KATNYOPIag aTToTEAEI 0 EAEYXOG EUPPUIKOU
DNA yia Tnv ueTGAAaEn TG SPETTAVOKUTTAPIKAG AVAIMIAg. Z€ aQuTAV TNV TTEPITITWOTN O £AEYXOG
a@opd TNV aAAayry evog povaxa voukAeoTidiou avdpeca ota 3 OIG. TToU UTTAPXOUV OTO
yovidiwua Tou. ZTnv diadikagia Tou uPPISICPOU aTTapaiTATN €ival N TTapoucdia evog HIKPoU
OuVOETIKOU OAlyovoukAegoTidiou, puAkoug 15-20 voukAeoTidiwyv, To OTToio Ba AeIroupynoel wg
avixveuTng uBpidiopou. AvegdptnTta atro Tnv péBodo uBpidiopou TTou Ba xpnaoiyoTroinBei, givai
aTTapPaiTNTO Va Yyivel avTIANTITO av 0 aviXVeuTng £xel uBpidioTei oto uttd e&€taon DNA. MNa va
Yivel auté avTIANTITO onuaivetal €vag atrd Toug OUO QVIXVEUTEG TTOU CUMMETEXOUV OTOV
uBpIdIopd pe @Bopidouca  XpwoTikr (labeling). 'ETeira o xwpig oruavon  aviXVeuTng
QTTOPOVWVETAI KAl JOVIUOTIOIEITAI O€ OTEPEN BAon (KOPMAT PEPPBPAVNG VITPOKUTTAPIVNG) TO
oTroio PBuBiCetal oTn ouvéxela, o€ JIGAUPA TTOU TTEPIEXEI TOV onuacuévo avixveuti. O
uBpIdIoUGG eTTITUYXAVETAl OTAV N oAUAvon Ba a@roEl ixvn OTIG TTEPIOXEG TOU OTEPEOU PECOU.
YTdpyxouv apkeTég pEBodoI uBPIdIoCUOU avaloya pe To €idog digpelvnong TTou dieCdyeTal
(atToTUTTWOON KOUKKiI®ag, avdAuon katd Southern, péBodog @Bopidoucag in  situ
uBpidotoinong, HEB0dOg peco@aaikAg @Bopioucag in situ UBPIBOTTOINONG KAl CUYKPITIKOG
YEVOUIKOG UBPISIoPOG). EvoeikTikG avaAuetal o €éAeyxog DNA katd Southern (Reed & Donnai,
2010).

3.3.2. ANAAYZH KATA SOUTHERN (SOUTHERN BLOTTING)

Apxikd, 1o UTTO €&étaon DNA KOBETal O OUYKEKPIPEVA KOPUATIO PE TNV BorBeia evog
€10IKOU evCUOU (TTEPIOPIOTIK) EVOOVOUKAEAON), 1o otroio KOBel To DNA pe avatmmapayouevo
TPOTTO, £TClI WOTE KABe poplo va divel Tov idlo apiBud Bpaucudtwy. To peiyua Twv

Bpaucpudtwy nAekTpo@opEiTal o€ €10IKO TIMKTWHA ayapdldng, uia diadikaoia Tou diatdoel Ta
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Bpavcpara e Pdon 1O péyeBog Toug. ‘ETTeita Ta TTAéov  Tagivopnuéva Bpalouarta
atmmodiatdooovTtal g€ aAKOAIKG dIdAupa, WoTe va yivouv JovOKAwva  Kail yivetal n PeTagopd
QuUTWV O€ HPEUPPAvVN VITPOKUTTOPIVNG, N OTToia GUPPBAAAEl oTnv Kivnon TOUG, YE OKOTIO va
Bpouv TO Taipt TOUG. AUTO OuvABWwG EemMTUYXAVETAI TOTTOBETWVTOAG TNV MEPPBPAvN
VITPOKUTTAPIVNG TTAVW OTO TINKTWHA KOl OTn ouvéxela BAloviag oTeyvo atToppo@hoIpo XapTi
ato TTavw, AoKEITAlI TTPOCEKTIKA TTIECN WOTE Va Yivel N ammoppd@non Uypwy TINKTWHATOG. 2TV
dldpkeld TG HETAQOPAg TO atrodioTayuévo DNA  TTpoOKOAAGTAI 0TV PEUPPAvVN
VITPOKUTTAPIVNG. AgiCel va ava@epBei TTwg auTh TTponyouuévws Pubicetal oe didAupa TTou
TTEPIEXEI AVIXVEUTH JUE ONPavon, 0 oTToiog Ba KOAACEI HOVO OTO AVTIOTOIXO BpaUcua KAVOVTOG
@avepn TN 6éon Tou. H onuavan vyivetal, €ite pe autopadioypagia  ye eBopicud. Me authv
TNV TEXVIKNA TTOPEXOVTAI TTANPOPOPIES YIA TNV TTAPOUCia PIOG CUUTTANPWHATIKAS aAAnAouxiag
TIPOG TOV QVIXVEUTH KOl O€ TIEPITTTWON TTOU QUTA €ival TTapouca, o€ TToloU  peyEBoug
TTEPIOPIOTIKO Bpaucua BpiokeTal (Eikdva 3.4) (Reed & Donnai, 2010).

RNA or DNA Solutiqn passes through
\ - gel and filter to paper towels

Migration
Paper towels
> % Sponge
P S e x> e N
- / 2 »
Filter in .

32p-labeled

\ \
size markers\

Electrophoresis

Expose *Seal-a-Meal* Salt g
3 i Probe hybridized b solution Nitroceliuiose
X-ray film / ag filter
to filter / to complementary
/ sequence
= & Gel ‘ \ Filter
= %z AN o _/'/\\ v /
= (=", g
S \ o~ h
- G N \
Remove Hybridize with unique ; DNA
Autoradiogram unbound 32p-labeled transferred
probe nucleic acid probe to filter

Eikéva 3.4 AvaAuon katd Southern.

3.3.3. MOAAANAAZIAZMOZ AAAHAOYXIAZ ZTOXOY

Mia evOANGKTIKY HEAETN VO BeiyuaTog DNA atroTeAEl O ETTIAEKTIKOG TTOANATTAQCIOONOG
(selective amplification). H péBodog TnG KAwvoTToinong XPNOIUOTToIoUTAV WG O TTAPadOTIaKAS
Tp6TTOG  TTOAAaTTAGCIoopoU NG aAAnAouxiag (in vivo), woTrou geTepdoTnke amd HIa véa
MéBodO, TNV PCR. H PCR (aAucidwtr avtidpacn TTOAUMEPAONG) O avtiBeon PeE TNV TUTTIKN

KAWVOTTOINON €xel apKETA TTAcovekTAPATA. Eival EUKOAOTEPN, TTI0O OUVTOUN KAl ETTIAEKTIKI WG

TTPpOG TNV TToAAaTTAacialopevn aAAnAouyia. Autr) n nEB0dOG ekTeAEiTal o€ KaAAIEpyela (in vitro)

Kal n evioxupévn aAAnAouyia trou TTOAAATTAQCIAZETaI €ival TTApoUoa o€ TETOIA TTEPICOEIN, WOTE
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OAOKANPO TO TTPOIOGV TNG avTidpaong atmoTeAei éva eAAXIOTA VOBEUPEVO TTAPACKEUACHUO TNG

aAAnhouyiag atoxou (Reed & Donnai, 2010).

3.3.4. PCR (AAYZIAQTH ANTIAPAZH NMOAYMEPAZHZ)

H PCR amotéAeoe eravdoTaon OTov TOPEA TNG MOPIOKAG YEVETIKAG. Mpiv ammd auth Tnv
MEBOBO POVO EUTTEIPOI EPEUVNTES UTTOPOUCAY VA TTOAAATTAQGCIACOUV Kail va avaAlucoouv 1o DNA.
2tnv Oekaetia Tou 1990 n BeAtiwon oTig PeBOdoug PCR eTETpewe, WOTE O ETTIAEKTIKOG
TTOAATTAACIOOPOG aAAnAouxiwy aTrd deiyuata aoBeviov va yivel éva KaBliepwuévo epyaleio
épeuvag Kal dIAyvwong oTa EPYAOTHPIA.

Tpia gival Ta KUpIa XapakTnpioTIKG avTiypa®rg Tou DNA atrd Ta otroia e¢aptdtal n PCR:
Mia véa aAucida atraitei évav ekkivnt (primer). To évquuo TToU avTiypdgel 10 DNA
TTAPAYOVTAG HIa CUUTTANPWHATIKA aAucida otnv aAucida ekupayeio (DNA tToAupepdon) dev
givar Ikavh atmd pévn TNG va Eekivhoel TV ouvBeon pePovwPévwy VOUuKAeoTIDiwyY, MTTopei va
AeiToupynoel gévo eTmiunkUvovTag pia 1on utrdpyxouoa aAucida. O1 ekkivnTéG oTnV dladIKaaia
PCR civar yxnuik@ ouvteBeiyéva voukAeoTidia povAg aAucidag, ouvABwg unkoug 20
VOUKAEOTIOIWY, Ta oTToia agou avayvwploTouv atmd Tnv DNA TToAupepdon, ETTITPETTOUV TNV
€vapgn TG avTypagng.

H emuAkuvaon Tng aAucidag utropei va Tpayuartotroindei pe gopd ato 1o 5° dkpo 1rpog 10 3.
AUo alucideg NG dITANG €Aikag DNA Ba mpétrel va avtimapdAAnAeg (Eikéva3.5) (Reed &
Donnai, 2010).

H avaykaidotnta mrapouciag evog ekkivnTh Xapilel Tnv duvardtnta oTto va odnynbei n
DNA troAupegpdon, otnv avTiypa®r piag emAeyuévng aAAnAouxiag evog deiyuaTog avBpwTrivou
DNA. Mg pia O&l0dikacia olvBeong Trapdyetal évag MEYAAOG apIBUOG Hopiwv  evog
OUYKEKPIPEVOU OAIYOVOUKAeOTISIOU, Tou oTtroiou n aAAnAouxia utropei va uBpidietal oe pia
MOvVo auykekpipévn alAnAouyxia oto avBpwtrivo DNA. Apxikd, PEYAAn TTepicocia auToU Tou
ekKivnTr] ToTroBeTeiTal oTo DNA. ‘Emeira ye oUvioun 6épuavon otoug 95 °C oAdkAnpo 10
Ociyua atrodiatdoeTal. 2Tn OUuvEXEla WUXETAI O BEPUOKPATia TTou €TITPETTEI TOV UPRPISICUO,
ouvnBwg 55 — 60 °C. E@ooov utrdpxel PEYGAN TrEpiooEld TWV HOPIWV TOU EKKIVNTH, N
aAAnAouyia Tou DNA oT1Ox0U, CUPTTANPWHATIK WG TTPOS TNV aAAnAouxia Tou ekkivnTr, Ba
UBPIBIOTEI PE TOV EKKIVNTA Kal OXI KE TNV apXIKN avTioToixn TTapdAAnAn aAAnAouxia. Kdrroia
MOpIa woTdoo Ba uBpIdiIoTouV {avd aTo apyxikd Toug Taipl Adyw Trapouciag deiypatog DNA
atd TMoAAG kUTTapa. Edv n DNA moAuuepdon katagépel va Bpdoel oTo peiypua Ba apxioel n
TTP60Becn voukAeoTIdiwv 010 3’ AKPO TOU EKKIVNTH yIa TNV OUVOEON OCUUTTANPWHOTIKAG
aAucidag oto umd avtiypagry TuApa DNA. KdaBe kUkAog atmodidtagng, uppidiopol Kai
ouvBeong avTiypagel KTOG aTTO TO APXIKO EKPAYEIO Kal OAA Ta avTiypa@a TToU £X0UV TTapaxOei
O¢ TTPONyoUUEVOUG KUKAOUG. 20 KuUkAol piag avtidpaong PCR eival eTTapkeic woTte va

TToAaTTAaCIaoTel N aAAnAouxia oTOxog katd 1 ekatopupupio @opés. O kKukAol TG PCR
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eAéyyovTal atmd Tnv PETABOAR TnNG Bepuokpaaiag. Mia ouvtoun €kBeon Tou deiyuaTog aToug 95
°C apkei yia va atmmodiataxBolv OAa Ta OUCTATIKA. 2Tn ouvéxela Aiya oeuTepa oToug 55-60 °C
EMTPETTOUV TNV OUVOEDT TWV EKKIVNTWV PE KABE TTBavO ekuayeio. TEAOG pePIKE DEUTEPOAETTTA
oToug 72 °C BaBuoug ouvrehouv oTtnv évapén tng S1adIkaoiag ETMPAKUVONG TWV EKKIVATWY
amd Tnv €8Ik ToAupepdaon. v 6An diadikacia Tng PCR XpnOIUOTIOIEITAI MIO CUCKEUN
eAeyxouevng auéopeiwang Tng Bepuokpaciag (kukAotrointAg),(Eikdva 3.6), n otroia Ba dieCdyel
20 éwg 25 KUKAoug TTOAATTAQCIaoPOU e oTadla dlapkeiag 30 Ewg 60 deuTepoAETTTWY Kal Ba

oAokANpwBei og 2 wpeg (Reed & Donnai, 2010).

(a) -

> A 0 YA WNTNINT N

2

(ﬁ)
///////
//////////5

Eikovo 4.9 - Xprion cuvBETIKWV EKKIVI-
TWV npokeipévou n DNA noAupepdon va
gxXnuartioel yovo pia aAugida gupnAn-
PWUATIKI] OTO TP O OTOXO £VOC PeYa-
Aou popiou DNA.

(a) O ekkivn1Ag (KOKKIVO) Bpioketal o€
poplakr nepioosia. (B) YBpdiletal pévo
O£ M1 QUYKEKPIUEVT) aAAniouxia. (y)
Movo n alAniouyia kaBodika Tou EKKL-
VTITH aviypaeetat.

Eikéva 3.6 Oeppikdg Kukhotrointig PCR Eikéva 3.5 pébodog PCR

Ymdpyouv opicuévol Treplopiopoi atnv 0An diadikacia Tng PCR. Eival amapaitnto va
UTTAPXEI YVWON OPKETWY Oedouévwy  yia TNV aAAnAouxia oTdxo, woTe va oxedIaoTouv
KatdAAnAa o1 €1dikoi ekkivnTég. EmimmpooBeta, n PCR Acimoupyei kaAutepa yia aAAnAouxieg
o1oxoug 100 — 400 bp. AANANAouxieg TTou Eetrepvouy TG 1 — 2 kb (kKiIAoBdoeig) eivar SUokoAo va

TToAaTTAaciaoTolv  evdy aAAnAouxieg peyoAUuTepeg Twv 20 kb dev  TmToAAatTAacidlovTal
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KaBoAou. ZuutrepacpaTikd n PCR utropei va xpnoiyotroinBei yia Tov eviomoud TTapoudiag n
atrouaiag piag aAAnAouxiag A yia Tnv PETPNON TOu HeyEBOUG TNG OTTWG CUMPAIVEl Kal PE TNV
avaluon katd Southern. Ev katakAeidl, Ta amoteAéoparta avridpaons g PCR eival
KatdAAnAa yia avédAuon tng doung DNA (sequencing) Kai yia €AEyX0 ONUEIAKWY PETAAAGEEWY
(Reed & Donnai, 2010).

3.4 Mpoéypappa avépwTtrivou yovidiwparog (Human Genome Project)

Mia onuavTikry €€€AIEN oTov TOopEa TNG BIOAOYIOG avaKoIVWONKE aTTd TOUG EPEUVNTEG TO
2003. O1 gepeuvnTég KaTaepav va TTpoadiopicouv TNV aAAnAouxia oxedov OAwv Twv yovidiwv
TOU avBpwTTOU. ZuykKekpIiuéva, To Human Genome Project katéAnge oto ouutrépacua o1l oTa
XPWHUOOWHATA pag (22 KovA KAl Ta XPWHOOWHATA QUAETIKAG diagopoTtroinong X, Y)
evromiovTal TrepiTrou 21.000 yovidia péoa oe TepiTrou 3 dioeKATOPUUpPIa VOUKAEOoTIOIO DNA.
EmmpooBeTa, €yive TTpOCOATA O TTPOCOIOPIOUOS TV AAANAOUXIWV OTA YOVIBIWUATA TTOAAWV
avlpwTTWV, TTPAYHa TTOU ETTITPETTEI CUYKPIOEIG JEOT OTO avOPWTTIVO €i00G. ZUYKPIOEIG ETAEU
OIAPOPETIKWV €1I0WV PTTOPOUV va €TTITEUXOOUV, KOBWG €xel Yivel KAl O TTPOCOIOPIONOS TwV
aAAnAouxiwy Twv yoviIBiwpdTwy o€ TTOAAOUG dAAoUg opyaviopoug. MAAIoTa, PEPIKG aTTo Ta
oToIXeia TToU aveDEILav Ol YOVIDIOKEG MEAETEG gival TTOAU evBla@EpovTa, KaBWs avadeikviouv
TWV apIBPS TwWV VOUKAEOTIBIWV Kal TwV YovIdiwv avaueoa o€ dIapopeTIKA €idn. MNapadeiyparog
Xapiv, o avBpwTrog katéxel 3,2 d1G. VOukAeoTidIa, o TTiBnkog 3,1 dig, To TTovTiKI 2,6, TO PUd
430.000.000, n payia 12.000.000 ka1 To Baktrpio E.coli 4.600.000 (Eikéva 3.7) (Simon, 2016).
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Eikova 3.7 XpovoAdyio TTpoypdupaTog avBpwITivou YovISIWUATOG.
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4. M£€0odoi1 aAAnAouxiong Tou DNA (DNA sequencing)

4.1 MeBodoAoyia aAAnAouxiong Tou DNA

210V TOpéa TNG laTpikAG Kal TNG KAIVIKAG MeVETIKAG €ixe TTapaTnpenOsi TTwg yia Tnv e&£Taon
OTTOIOUBNTTOTE WIKPOU Turuatog DNA o€ éva deiyda , uropolv va XpnolpoTroinBouv KATToIEG
péBodoI uBpIdicpol A N PCR. Qotéoo cupPaivel ouxvd, apkeTEG TTABOAOYIKEG UETAAAAEEIS va
UTTOKEIVTAI O€ PIKPOOKOTTIKEG AANQYEG- TPOTTOTTOINCEIG, OTTOU éVa CUYKEKPIMEVO VOUKAEOTIDIO
avapeoa o€ XINAdEG, o€ KATTOIO onueio evog yovidiou, va avtikaBioTartal atrd KATToI0 AAAo.
Tétoleg alayég aANG kal PeTaAAGEEIG TTPOOBeoNnG 1 dlaypa®ng evog | dUO VOUKAEOTIBIWY,
givar avtIANTITEG 0TNV avdAuon katd Southern ) o€ TTpoidvTa TG PCR (Reed & Donnai, 2010).

Mia d1aB€o1un péEBodOG, TTou KABIOTA ToV £AEYXO TETOIWV CNUEIOKWY WETAAAAEEWY OTO
yovidlo €@IKTO, aTroTeAei O TTPOCdIOPICUOS TNG TTpwToTayous odoung Tou DNA (DNA
Sequencing) — o amoAuTog éAeyxog. ZTnv peBodoAoyia aAAnAolxiong, o€ éva TTPOYPANMO
YOVIOIWUATOG TTPWTAPXIKO POAO €xouv ol PEBOdOI Kal Ol TEXVIKEG TTOU XPENOIUOTIOIOUVTAI.
QoT1600 auTtég dev eival TOOO ONUAVTIKEG, €AV Ol ETMUEPOUG TUNUATIKEG aAAnAouxieg, TTou
TTPoépXOVTal aTTd PeovwUEva TreipduaTta , Oev evwBouv pe KatdAAnAo TpdéTTo, WOTE va
ATTOTUTTWOOUV TIG TTPAYMOTIKEG-BaCIkEC aAAnAouyieg TTou atroteAolv To yovidiwua (Brown,
2010).

4.2 Mé0odog TeppaTiopoU alucidag (chain termination method)

O1 yéBodor aAAnAouxiong (sequencing DNA) gival TToAAOi Kai TTOIKIAOUV, PE TNV dIapopd
avAapeod Toug va Kavel n péBodog TeppaTiopou NG aAucidag. Mia diadikaoia TTou €TTIVONOE
KaTd TNV dekactia Tou 1970 o Fred Sanger padi pe Toug ouvepydreg Tou (Brown, 2010).

MpoUtéBeon yia Tnv diegaywyr TTEIPAPATOS aAAnAoUlxiong pEOw TNG Katd Sanger
MEBODOU, cival éva TTapaoKeUAoHa TAUTOONUWY POVOKAWvVWY popiwv DNA. To mrpwTo oTédio
AapBavel xwpa pe Tov UBPIBIoCPO €vog WIKPOU voukAegoTidiou oTnv idla Béon kaBe popiou. H
AgIToupyia autoU TOU VOUKAEOTIOIOU WG EKKIVNTH , TTPAydaToTrolEl TRV OoUvBeon evdg vEou
kKAwvou DNA, o oTroiog €ival CUPTTANPWUATIKOG YE TO eKpayeio. AuTA n avtidpaon ouvBeong
KAwvou kataAuetal atrd pia DNA TToAupepdon Kai Ta BACIKA UTTOOTPWHATA TTOU XPEIAZETal
gival Ta Téooepa TPIPWOPOPIKA deofupiBovoukAeoTidia (A, T, C, G). Kavovikd Adyw Twv
KQvOVWY CUPTTANPWHATIKOTNTAG O UBPISICPOG Ba cuvexiCétav €wg OTOU TTOAUMEPIOTOUV
APKETEG XINIGADEG VOUKAEOTIOIO, woTdoo auTd dev cuuBaivel di1dTI o€ éva Treipapa aAAnAouxiong
ME TEPMOTIONS TNG OAUCI®AG €KTOG aTTO TO TECOEPA WOVOMEPH TWV BACEWV ,0TNV avTidpaon
TIPOOTIOETAl KAl Mdia pIKPp TTOOOTNTA KABEVOG ammd T €§NG TEOOEPA  TPIPWOPOPIKA
d16eoguvoukAeoTidla (didoxynucleotide triphosphates), kaBéva atmd Ta oTroia onuaiveral e

dlaopeTikd Bopifovta deikTn. Av Kal n TToAupepdon &ev evioTriCel SIaQOPES Twy dEOEU - AT
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Ta d16£0EUVOUKAEOTIOIO, WOTOCO N TTEPETAIPW ETTIMAKUVON TNG aAUGIdag avaoTENAETaI o€ KABE

evowpdtwon evog dideofuvoukAeoTidiou (Eikdva 4.1) (Brown, 2010).

Sanger Sequencing (Dideoxy Sequencing)

The structure of 2. 3'-dideoxynucleotides

o o o

| | | o

o o o
H H
{ e——

Cannot form a
phosphodiester bond
with next incoming dNTP

Eikéva 4.1 Aopry Aideo&UVoUKAeOTIBIOU.

AuTO oupPaivel emeidn éva dIde0EUVOUKAEOTIDIO e B10BETel TNV 3' - UdOEUAOPAdA, N
OTTOia €ival ATTAPAITNTN YIA TNV CUVOECT €VOG VOUKAEOTIOIOU [E TO €TTOMEVO. To atroTéAeoua
TTou Ba TTpokUYel, Ba cival éva agUvoAo vEwV Hopiwyv, PE dIagopeTIKO pEyeBOG Kal KaBéva Ba
TepMaTiCel o€ éva dIOE0EUVOUKAEOTIOIO TOU OTTOIOU N TAUTOTNTA PAVEPWVEI TO VOUKAEOTIOIO (A,
C, G, T) mou Bpiokeral otnv avtioToixn 8éon oto DNA ekpayeio (Brown 2010).

ZUVETTWG Yia va TTpoodiopioTei n aAAnAouyia DNA |, gival atrapaitnTo va TautoTroinBei 1o
010€0EUVOUKAEOTIOIO TTOU BpiokeTal 0TO TEAOG KABE popiou TTou €XEI TIPOKUWEI OTTO TEPUATIONO
NG aAucidag. MNa va emTeuxOei o TTPOOdIOPIOUOS TO peiypua To DNA giocdyeTal o€ éva KaAOUTTI
Miag emmitredng TTNKTAG TTOAUOKPUAQUIONG N 0 CWARVA EVOG OUCTHUATOG TPIXOEIDIKAG TINKTAG
Kal UTTORAAAETalI 0 NAeKTpO@OPNON, Wia diadikacia TTou Ba diaxwpioel Ta Poépia ye Baon 10
prkog Toug (Eikova 4.2,4.3) (Brown, 2010).

Folyacrylamide gel electropharesis

rells forsamples

e
= —

Back plate —H Front plate /
Gel, < 1mm thick —4 —_— 10 nudeotides
Resole single-stranded
LNA molecules that differ
= inlength bywjust one nudeotide

B111129 Copyrght @ motfolo. com

40 nudeotides

Eikéva 4.2 HAekTpo@OpNnoNn o€ TTAKTN TTOAUOKPUAQUIdNG.
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Eikéva 4.3 HAekpogpodpnon o€ TTAKTN TTOAUOKPUAQUidNG.

MeTtd TOV dIaxwpPIoUO, Ta PépIa TTEPVOUV aTro £vav avixveuTh ¢BopIcUoU , 0 OTToiog cival
IKAVOG va DIaKpPiVEl TOUG BEIKTEG CHavONG TTou €xouv TTPoodEBEl oTa BIOEOEUVOUKAEOTIOIA.
‘ETO1 0 avixveuTig TTpoadiopilel av éva uoplo TeAelwvel o€ (A, C, G n T). TéAhog n aAAnAouyia
EKTUTTWOVETAI KI EAEYXETAI QTTO TOV XEIPIOTA N aTmmoBnkKeUeTal ' £vav UTTOAOYIOTH yid TUXOV

avaAuon oto péNAov (Eikdva 4.4) (Brown, 2010).

1 44I:I| 1 52I:I| 1 EuIIlI:II 1IE~8EI| . n

TTGTTATCCGC TCACAAT T TCCACACAHAC
128 138 148

Eikova 4.4 Tumko atrotéAeopa peBodou katd Sanger

4.3 MéBodog Tng XnNMIKAG amrodopnong - péBodog Maxam — Gilbert (chemical
degradation method)

>¢ avtiBeon pe TNV pHEBODO TOU TEPPATIOUOU aAuaidag, OTTou cuvtiBeTal N aAuaida Tou
DNA, otnv yébodo Maxam — Gilbert TrpayuatoTroigital ammoddéunon NG apxikAg ouoTaong Tou
DNA (Maxam and Gilbert, 1980).
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2tnv MEBodO XnuikAG ammodounong (Maxam and Gilbert 1980) éva tufua DNA ue
padlocruavon oTo éva AKPOo Tou, XwpileTal o€ 4 LeEXWPIOTEG XNMIKES avTIOPAOElg, KABe pia
amd TIG oTtroieg e€eidikeueTal yia dia ouykekpipévn Bdon DNA. Me autdév 1oV TPOTTO
dnuioupyouvTal TECOEPIC OIKOYEVEIEG CNUOCHEVWY HOPIWY TTOU EEKIVOUV aTTO £va KOIVO OnEio
(To padloonuacuévo AKPO), PEXPI TO onueio TTou Ba cuufei 1o KOWIPo. KdéBe oikoyéveia
TTepIAapBavel éva peiyda popiwv, TO PAKOG Twv OTroiwv e€aptdrtal amd Tnv Béon Twv
OUYKEKPINEVWY Bdoewv 61Tou Ba koTtrei n apyikr aAucida Tou DNA. Ol OIKOYEVEIEG AUTEG
avoAuovtal Pe  amrodIdTagn o€ NAeKTpO@OPNON o€ TINKTH TTOAUGKPUAQMIdNG Kal T
padloonuacpéva ueiyparta eggavigovral ge autopadioypagia (Maxam and Gilbert, 1980).

Oowv agopd 10 péyebog TG akoAoubiag TTou PTTopei va avaAuBei, n péBodog Maxam -
Gilbert gival AiydTepo atmodoTIkr. ZTnv dekacTia dpwg Tou 1970 OTav 01 TEXVIKEG Sequencing
yvwplifav avamrugn, n pEBodog Maxam - Gilbert ATav O ATTOdOTIKN Kal €UKOAn OTnNV
eQapuoyn TG KaBWG n TEXVIKA Sanger otrairouoe HPOVOKAWVO Ociyua, €geIdIKEUPEVOUG
EKKIVNTEG KAl HEYAANG dlauyeiag €VCUNO, VW N TTPWTN XPNOIKOTTOIOU0E XNUIKOUG TTAPAYOVTEG
Me eUKOAN TTpOoBaon oToug gpeuvnTég (Maxam and Gilbert, 1980).

H péBodog Maxam — Gilbert xpnoiyoTrolei XnUIKEG ouoieg Baoewv yia va otrdoel To DNA
O€ OUYKEKPIPEVES Baoelg. AUO KOIVEG XNMIKEG ouaieg, To Benkd BINEBUAIO Kal Ol XNMIKEG OUCTIES
udpadivng, TTPOGPRAAAOUV ETTIAEKTIKA TTOUPIVEG Kal TTUPIMISIVEG QVTIOTOIXA. ZUMTTEPACHATIKA
oTnv apxn yiveral emMoAPavon Twv Gkpwy Twv BpaucudTwy DNA pe padievepyd @uo@opiKa
(Eikova 4.5) (Maxam and Gilbert, 1980).

0
HC™ S~ ,—CH,

I
0

dimethyl sulphate

NH 0 e o’CH3
N R N N NN
Y L s
krlq ﬁ> HEN)\\N N/> HEN)\N/ ﬁ>
CH

. 6_ i
N3-methyladenine N7-methylguanine O"-methylguanine

Eikova 4.5 NpooBoAf Bacewv atrd Benko diuebBUAIO.

‘Etreita o onuacpéva onueia kabapifovral Kal NAEKTPOQOPOUVTAl O TIAKTWHA. To
TEANIKO emonuacpévo DNA diaxwpiletal o€ 4 OCWANVEG XwpPIOTA Kal UTTORBAAAETal O€
emeepyaoia pe €I0IKEG XNUIKEG OuCieg. 2Tn ouvéxela KABE OWANVOG NAEKTPOPOPEITAI

EEXWPIOTA O€ YPOAUUEG TTOU TTEPIEXOUV YEAN Kal dlaTadcoovTal avaAoya PE TO HAKOG TOUuG. TEAOG
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Ta &eiyuata uttoaAAovTal o€ auTtopadioypadgia GTToU Kal YiVETal N avixveuon Twv 8paucudTwy
Toug. (Eikéva 4.6) (Maxam and Gilbert, 1980).

1. Pnmer for
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2. Prepare four reaction mixtures, m +
include in each a dfferent B
replication-stopping nuciectide f

c & A T fi ‘%‘
A A B B

3. Replication W 4, Separate
productsof = products by
“C" reaction b gel electrophoresis

TACGCAGEAL &
AT ATOLG1C ATG

IGCGICATG

> GUGTCATG §

Sequence of interest €oTCATG |
GICATG !

Read segence as AT O

complement of bands AT
containing labeled strands ———————9» '

Eikéva 4.6 >uvottTikA TTepiypa@r] TG ueBodou sequencing katd Maxam — Gilbert.

4.4 Mé0odog Pyrosequencing

>tnv péBodo pyrosequencing Ogv gival ammapaitn™n N NAEKTPOPOPNON 1 KATTOoIx
emegepyaaia yia daxwpIoHo KAAOUATWY, ETTOPEVWG gival TTIO oUVToun atmd TRV aAAnAouxion
MEOoW TEPUATIOPOU TNG AAUGIdAG Kal TNV HEBOBO TNG XNUIKAS atmodounong. (Brown, 2010)

MoAovéTi TTapdyel JOVO PEPIKEG OeKAdESG BAcewy o€ KABE TTEipapa, n TEXVIKN auTh €XEl
1I01QiTEPN oNUACia o€ TTEPITITWOEIG OTTOU TTOANEG MIKPEG aAAnAouyieg TTpéTTel va TTapaxBouv o€
oUvTOlO Xpoviké diaoTnua (Brown, 2010).

AvaAuTikOTEPa, OTn PEBODO pyrosequencing To apxIkd ekpayeio TTOAAATTAACIGlETaI
(avmiypdgeTal) pe aueco TPOTTO, XwpIg TNV TTapouaia d16€0guvoukAeoTIBiwV. Katd Tnv didpkeia
ouvbeong Tou VEOU KAWVOU, KOTaypA@eTal n OEIpA WE TNV OTI0I0 EVOWMPOTWVOVTAI  Ta
010€0&uVOoUKAeOTIOIO, €TTOPéVWG N aAAnAouxia pTtropei va dlafaoTei evw n  avridpaon

TTpoxwpdel. (Brown, 2010)
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H 1pooBnikn evdg 810€0gUVOUKAEOTIOIOU OTO AKPO TOU QUEAVOPEVOU KAWVOU YiveTal
aiobnT Kabwg cuvodeleTal ATt TNV ATTEAEUBEPWON VOGS HOPIOU TTUPOPWAPOPIKOU, TO OTTOIO
Méow e€vog evlUpou TNG oouA@oupuAdong (sulfurylase) ptmopei va petatpatrei o€ Aduyn
xnuelopwTtduyelag. Edv  mpooTiBoviav  Tnv  idla xpovikh  OTIyUA Kalr 1o TéOOEPQ
O16eoCuvoukAeoTidia, TOTE Ba TTaApATNEOUVTAV CUVEXWS QWTEIVEG Aduyelg  Kal Ogv Ba
TTPOEKUTITAV XPAOIUESG TTANpogopieg yia Tnv aAAnAouxia. EEaitiag autoU, k&Be TTpocOnrikn
O10€0GUVOUKAEOTIOIOU YyiveTal EEXWPIOTA N Hia PETG TNV GAAN. EmimmAéov, oTo peiypa Tng
avTidpaong CUMTTEPIEXETAI KAl TO £€VCUUO VOUKAEOTIOAON, n oTroia 8a cuuBAaAAel oTnv dueon
ammodounon KAatrolou  O10e0EUVOUKAEOTIBioU av autd dev KaTagEpel va TTPoodeBei —
evowpaTtwOei o1o TTOAUVOUKAEOTIDIO, TTpoToU TTpoOoTeDei TO emTOpevo. Katd autd tov TpoTTo
MTTOPEN va KaTAyPaPEi N OEIpd JE TNV OTTOIA EVOWPATWVOVTAI TA dIOEOEUVOUKAEOTIOIO OTOV UTTO
augnon kAwvo. (Brown, 2010)

H ouykekpiyévn PéEBOdOG MoIAlel pev ouvBetn, aAAG aTTAWG oTnpietal oTnv KAt
ETTAVAANWN TTPooOikn avTidpaoTnEiwy OTO Heiyua TG avTidpaong e Kabopiopévn oeipd Kal
n Sladikaoia eUKOAa pTTOPEl va autopartotroindei. TéAog, 6owv agopd Tnv €&éTacn Tou
TTEIPAPATOG N AVIXVEUOT TNG XNUEIOPWTAUYEIOG €ival eEQIPETIKA €uaioBNTn e TETOIO TPOTTO
woTe KABe avTidpacon va TTPAyUOTOTIOIEITal 0€ TTOAU HIKPpO Oyko, akdua Kal evog picolitre
(NiTpo12). AuTtd éxel w¢ ATTOTEAEOUA Of MO AVTIKEIMEVOPOPO TTAGKA TUTTIKOU MeyéBoug va
die€dyovtal ouyxpovwg éwg 1,6 ekatouuupia avmidpdoeic ammodidovrag 25 ekaTopuupia
VOUKAE£OTIOIO 0¢ 4 POVo WpPEG, Taxutnta TTOAAATTAGCIO aTTO TNV avTioTolXn TNG Katd Sanger
peBGdou. (Eikdva 4.7) (Brown, 2010)
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Eikéva 4.7 Aeitoupyia Tng peBodou Pyrosequencing.
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4.5 Mé60d0g TnG THNMATIKAG KAwvoTroinong (shotgun method)

210V €AeyXo TNG aAAnAouxiag peydAwv popiwv DNA xpnoigoTroigital guyxvd n uéBodog
TUQANG 1 TUNMATIKAS aAAnAolxiong (shotgun sequencing) pébodog TTou emmivoncav o Sanger
Kal ol ouvepydTeg Tou Tnv dekaeTia Tou 1980. Katd Tnv péBodo auTtr, apxikd To DNA koBeTal
o¢ Tuxaia TuAPaTa. AuTO PTTOPED va yivel e KATTOIOV QUOIKO TPOTTO, OTTWG YIa TTapAdElyua
TTEPVWVTAG ETTAVEIANUUEVA TO SIGAUPA Tou DNA peydAwv Popiwv TTou TTPOKEITAl va eAeyXOEi
wg TTPog¢ TNV aAAnAouyia Tou, atrd pia AeTTTr) BeAdvVaA. Ta didgopa PHOpIa TTOU TTEPIEXOVTAI OTO
MEIYMQ, TEPVOVTAI OE TUXAiEG BECEIG KAl £TOI TTPOKUTITOUV AVIOEG OIKOYEVEIEG ATTO OXETIKA PIKPA
TuAPaTa DNA TTou €TTIKOAUTITOVTOI PETAEU TOUG. Ta TTEPICCOTEPA ATTO AUTA PEPOUV HIKPG
TpoegExovTa 3 5°akpa Ta oTroia TTPETTEI va AEIovOOUV TTPOKEINEVOU va TTPOXWPNOE! N
pEBODOG éva Brpa TTapakdtw. Egaitiag autd vgioTtatal eTegepyacia pe pia DNA TToAupepdon
n otoia evepyei amd 10 3'TTPOG 5°AKpo, WG e§wvoukAedon OTTwG cupfaivel PE TNV
TToAupepdcon Tou BakTtnpiogdyou T4. Me Tnv TTapoudia Twv TECOAPWY TPIPWOPWPIKWY
oeofupifovoukAeooidiwy, n TmoAupepdon T4 cuumrAnpwvel Ta  uttoAermoueva 3° dkpa evw
Aeimoupywvtag wg 3° pog 57 e€wvoukAedon artroikodopei Ta TTpoeCExovia 3° akpa (Eikéva
4.8) (Tropp, 2014).

High-Throughput Shotgun Sequencing

Random shearing

Gacteflel —

chromosome

Size selection

Sequence—-=aimmmmm Amplify e Add adapters

~r  —

—

11
1000081

Eikéva 4.8. MéBodog Shotgun.

‘Emreima, ta TuAPata DNA eiodyovtal o€ évav gopéa KAwvoTToinong Kal Ta TTAaopidia
XPNOIUOTIOIOUVTAI VIO TOV PETAOXNMATIONO PBaKTnplakwyv KUuTTdpwyv. To kKAwvoTtroinuévo DNA
QTTOUOVWVETAI KAl TTPAYUATOTTOIEITAI OAANAOUXION HE TOUG EKKIVATEG TTOU OUVOEOVTAl OF

YVWOTEG akoAouBieg Tou @opéa KAwvoTToinong ol otroieg Ppiokovral KATw atd Tnv B8€on

33



KAwvoTroinong Tou. Ta atmmoTteAéoparta TNG aAAnAoUXIong Wiag YKAPAG Tuxaiwy Tunudtwy DNA
TTou Ba TTpokKUWouv atrd TO apxIKO HeyaAo uéplo, atmmoBnkeuovtal O €va UTTOAOYIOTH Kal
avaAuovTal Pe €18IKG AoyIouIKG TTou evToTTiCel TIG METAEU TOUG ETTIKOAUWEIC KAl PE BACN QUTEG
Ta Tapoucidlel oe oeipd. Me autdv Tov TPOTIO TIPAYUATOTIOIEITAI N avacUoTaon TNg
aAAnAouyiag Tou DNA (Eikéva 4.9) (Tropp, 2014).

Shotgun Method —

Haemophilus Influenzae Sequencing

Extract DNA

Sonicate
Electrophoresis

DNA library

®OOO® ——
00000 ., s o B R
00000 e
Sequen& Construct

——— contigs
Sequenced

Eikéva 4.9. ZuvoTrTiKy TTEpIypa@n TG HEBOBOU TUNUATIKAG KAWVOTTOINONG.

4.6 TuvapuoAdynon HE TNV HEBOSO TWV CUVEXWYV KAWVWV

H o ouvnBiopévn péBodog yia TNV aAAnAouxion VoG EUKAPIWTIKOU YOVISIWHUATOG EXEI
avadelxBei n pEBodog Twv ouvexwv KAwvwy. Mépav ammd Tnv aAAnAoUXION TOU €UKAPIWTIKOU
yovidlwpaTog  €xel xpnolgotroinBei kai  yia TV aAAnAouxion Adn  XopTOoypa@nuUEVWV
BOKTNPIAKWY YOVISIWUATWY. ZUYKEKPIPMEVA OTN HEBODO auTr, TO YovISiwua “KOPMPOTIAZETaI” O€
KAdopaTta pnkoug 1,5 Mb péow TnNG TEXVIKAG TOU MEPIKOU TTEPIOPICPOU KOl aTTO €KEQ, TA
KATAKEPUATIOUEVA KAGOHATA KAWVOTTOIOUVTAI O€ £vav Qopéa PJeyAAng XxwpenTikoTnTag (Brown,
2010).

H ouvapuoAdynon evog ouvexous KAwvwyv (clone contig) oupBaivel  étav
avayvwpifovtal KAWVOI TTOU KATEXOUV ETTIKOAUTITOMEVA KAAOHATA, O aAAnAouxieg Twv OTToiwv
TTpoadlopifovTal pe TN PéBodO TUNUAaTIKAG KAwvoTroinong (Brown, 2010).

2UYKEKPIMEVA, Ta KAwvoTToINuéva KAGOPOTa atreikovifovial o€ €vav YEVETIKO XApTn
YoVIOIUATOG, JME OKOTTO TNV €PMUNVEIa Kal Tov €AeyXo Twv dedopévwv TNG aAAnAouxiag péow
XOPOKTNPIOTIKWY aviXveuTwv (TS, SLP) 1Tou PBpioKovTal O€ OUYKEKPIMEVEG TTEPIOXEG. 2TN

OUVEXEIQ TTPAYUATOTTOIEITAI KABOPICKOG TNG aAAnAouxiag Twv TTIo  JeydAwy KAAoPdTwy atrd
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TO OoUvOAO TOU UTTO €&€Taon UAIKOU, HECW TuxXaiag TTPOOTTEAQCNG XAOUATWY Kal Ta

avayvwouéva ouvexr ouvapuoAloyouvtal (Eikova 4.10) (Brown, 2010).

KAdvog BAC 200 kb
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Eikéva 4.10 >uvapuoAdynon g aAAnAouxiag piag TePIOXNG HEYAAOU PAKOUG aTTO TTOAAEG

avayvwaoelg aAAnAouxiag PIKpoU PAKOUG.

AtiCel va ava@epbei 0TI KATG TNV CuvapuoAdynon Twv oAAnAouxiwv JTTOpE va
TTAPOUCIOOTOUV OPKETA TIPOPAARUaTa, SIOTI AOyw TnG Tuxaiag TTPOCTTEAQCNG TTAPAPEVOUV
QPKETA XAoPOTa OTOUG KAWVOUG. AuTO €xel wg atToTéAeoa Tn dnuioupyia au@iBoAiag yia Tov
aKPIBA TTPOCAVOTONICHWY UTTOKAWVWY TTapd TNV UWPNARG TTO1I0TNTAG CUVAPUOAGYNOTN, Yeyovog

TTOU KABIOTA TN HEBODO 0€ OPICPEVES TTEPITITWOEIG avaglomioTn (Brown, 2010).

4.7 Tunuatikl kKAwvotroinon OAIkoUu yovidiwparog (Whole Genome Shotgun
Sequencing)

H péBodog¢ NG TUNMOTIKNAG KAWwvOTToinoNG OAGKANPOU TOU YOVIBIWPATOG, EUPAVIOTNKE
apxika atmd Toug Craig Venter kai ouvepydTeg wg €va Treipapa yia tnv avdAuon peyaAwy
yoviISlwudTwy, TT.X TOou avBpwTrivou Kal AAAwv gukapuwTtwy. Eptreipikd cuutrepdopara
€deiEav 61 yia TNV KGAuwn Tou yovidiwuaTtog evog BnAacTikoU (péyeBog: 3000-35000 Mb) ue
Tuxaia TTpooéyyion Ba xpeiafotav 70 ekatoppUpia aAAnAouxicg, unkoug trepitrou 500 bp n

KaBeuid (ouvoAikd , 35,000Mb). AuTto dev eival avé@ikTo. MNpdyuaTti, Je 60 AUTOUATOTTOINUEVEG
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OUOKEUEG aAAnAouxiong, mmou n k&Be pia tmpoodiopifel 96 aAAnAouxieg avd dUo wpeg, n
TIpooTrdBeia Ba PuTTopolae va emTeuxBei o€ Tpia xpdvia (Brown, 2010).

Puoika n ouvappoAdynon 70 ekaToppupiwy aAANAOUXIWY PE OCWaTO TPATTO (KAl aKpPIPA)
givar ammiBavn. To eyxeipnua Ba ATav AVEPIKTO . KABWGS N avayvwpion EMIKOAUYEWY PE TNV
xpron utoAoyioTh Ba fAtav XpovoBopog, evwy ouyxpoévwg Ba trapouaidloviav AdOn, n
acdgeieg €Eaitiag TNG MeEYAANG ToodTNTag emmavaAnTmikou DNA oT1o yovidiwpa Twv
TTEPIOCOTEPWY EUKAPUWTWY (Brown, 2010).

Kata tnv dekaetia Tou 1990, o Craig Venter €6soe pia véa TexvoAoyia aAAnAouxiong
OTOV TTEIPAUATIONO PE Ta BAKTNEIOKA yovIdlwpaTa. H péBodOG TNG TUNUATIKAG KAWVOTTOinoNG
OAIKOU yoVISIWUATOG, TTPOUTTOBETEI TN dNIoUpYia KAWVWY TTOAWYV XIAIGOWV PIKPWY TUNUATWY
o¢ 104pIBPoug Yopeic — TTAaopidIa. H aAAnAouxion auTwyv Twv TuXdiwv KAWVWVY yivéTav
Hadik@, pe TN ouvappoAdynon TuNPAatwyv DNA  €meama amd KABe avdyvwon  Xwpig
TPOUTTAPXOUCA YVWOoT YIa TNV apXIKA B€on Toug 010 yovidiwpua (Brown, 2010).

ApXIKO TTapadelypa TG MEBOdOU aTTOTEAECE TO YOVISIWPO TOU KUTTAPOMEYAAOIOU
Hemophilus influenzae. 'Evag onuavTikog yia TNV 10TPIKN 16G YE yovIdiwpa peyéBoug povo 1,8
Mbp kai TTepiexOuEVo Twv Baocewv G kal C o€ TooooTo Tepitrou 38% (G00 TTEPITTIOU KAl OTOV
avBpwTro) (Eikéva 4.11) (Brown, 2010).

Eikéva 4.11 Hemophilus influenzae.

Ta BAuara mou akoAouBnoav yia Tnv diegaywyr) Tou Treipduatog ye 1o DNA Tou H.
influenzae, Atav Ta €€AG: apxikd TuAuata Tou DNA kAaopatotroiribnkav pe Tn Porbeia
utrepXwyv (yia Tuxaia diaTagn) kol amopovwinkav amd autd TuruaTta pAkoug 1,6-2 Kb.
‘Emreira diggeixBel kKAwvoTtroinaon 1mou €@epe 19.687 KAwvoug Kal autoi aAAnAouxiBnkav pe
xpron 14 TPWTOTUTTWY  QUTOPOTWY  OUCKEUWV  aAAnAouxiong. Z1n Ouvéxela
TIPAYHMOTOTIOINBNKE CUVOPUOASGYNON Twv TUNUATWY of €va uttoloyiot 512 Mbytes o¢

Oidotnpa 30 wpwyv. Ta ammoteAéouarta ammd 1o Teipapa aAAnAoUxiong Tou YovISIWKATOS TOU
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10U £deiav 11.631.485 bp =6 x yovidiwpa, 140 cuvexr, 50 xdouarta Ta otroia TpooTTeAdBNKav
ME 101aITEPEG OTPATNYIKEG Kal eviomioTnkav 1743 TTEPIOXEC TTOU KWOIKOTTOIOUV TTPWTEIVEG
(Eikéva 4.12) (Brown, 2010).
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Eikéva 4.12 X&ptng Tng aAAnAouxiag Tou yovidiwpatog Tou Hemophilus influenzae.

4.8. ANAnAouUxion erépevng yevidg (Next Generation Sequencing, NGS)

2TNV €TTOXN Mag €Xel TTapatnenBei tepdoTia TPOodog OTIG TEXVOAOYiEG aAAnAouxiong,
TTPO0SOG TTOU TEIVEI VO AVTIKATACTHOEI TIG TTAAQIOTEPES TEXVOAOYIEG aAANAoUXIONG TNG ETTOXNAG
Twv Bpapeupévwv pe NoumeA Fred Sanger, Walter Gilbert kai Paul Berg. BéBaia, n
aAAnAouxion KaTtd Sanger TTOPOUEVEI N BNUOPIAECTEPN KAl TTOAUXPNCIMOTTOIOUNEVN PEBODOG
aAAnAouxiong oxeTiké piIkpwv TuNUaTwy DNA, Ta otroia TrpokUTrTouv atod tnv PCR. Qotdoo,
n mapamdvw pEBOdOG Bewpeital emmepacpévn 6owv agopd Tnv TTARPN aAAnAouxion
OAOKANPWYV yovIdiwpaTwy. To KO6OTOG Kal N atrédoon Twv cuoTnudTwy TTou Bacifovial oTnv
MEBOBO KOTA Sanger UTTOAEITTETAI yia TNV BIEKTTEPAIWAON TWV dIAdIKACIWY £VOG TTPOYPANMATOG
aAAnAouxiong KATToloU  PeEYAAOU  YOVIOIWMATOG, O Oxéon HE TIGC VEEG TEXVOAOYiEG
aAAnAouxiong. H avdmtuén peBodwv €LATOUIKEUPEVNG YOVIBIWMOTIKAG KAl O XOPAKTNPIOHOG
TNG YEVETIKAG BAoNg Twv avBpwITivwy acBevelwv gival o1 dU0 TTOAAOI anuavTikoi aToXol, yia
TOUG OTToIoUG oeilel va auéndei N amddoon Twy PeBOGdWY aAlAnAolxiong. Ta Tnv emmiTEUEN
AUTWV TWV OTOXWV XPEIAZeTal va yivel aAAnAolxion Twv yovidiwv deKAdwV XIANIAdwWY aTOuWY,
TTPAYHA TO OTTOI0 PTTOPET va yivel EQIKTO PEOW TNG avAaTITUENG Twv TeEXVOAOYIWY aAAnAouxiong

emopevng vevidg (NGS, Next-Generation Sequencing) (Klug et al., 2015).

37



O1 péBodor NGS éxouv Tnv IKavoTNTa va CuvBECoOUV TAUTOXPOova XIAIGDEG TAUTOONUES
aAucideg DNA kal va kdvouv Xprion Twv TNO TTPONYHMEVWY CUCTNHATWY KATAypa®rng Tou
@OopIoUOU YIa TNV eUPECN VEOOUVTIBEUEVWY AAUGIdWY Kal TNV EPPAvIon TNG aAAnAouxiag Tou
DNA. AuTég o1 TpwTo@aveig duvaTtéTnTeG TaXUTATNG avAyvwaong Kal aAAnAouxiong yiyavTiaiou
apiBuou Bdcewv yivovral Pe PEIWPEVO KOOTOG O Ooxéon ME TIGC CUMPBATIKEG Kal €XOUV TTOAU
KaAUTepa atroteAéoparta. O Texvohoyieg NGS ékavav Tnv eu@davion Toug oTnv ayopd 1o 2005
Kal eTaipieg 6TTwg n Applied Biosystems, n Roche 454 Life Siences kai n Illlumina émaigav
MEYAAO PONO OTNV EUPAVIOT TWV VEWV TEXVOAOYIWV. ZUYKEKPIMEVA, Ta pnxavuata NGS éxouv
TNV IKAVOTNTA VA KAVOUV avayvwon o€ évav TEPAOTIO apIBUO avTIOPACEWY PE PIKPO WAKOG
(200-400 Ceuyn Pdaocecwv). Me autév TOV TPOTTO TrOPAYETAl MEYAAOG aPIBUOG MIKPWYV
ETMKAAUTITOMEVWY  aAANAOuUXIWY, TTOU TOTTOBETOUVTAlI OTn Oelpd ammd Ta TTPOYPAMUMATO
AOYIOUIKOU TwV uNXavnuaTtwy, yia va oulBei oAdkAnpn n aAAnAouxion HeyGAwWY YOVIDIWPATWY
(Klug et al., 2015).

H avéapeign moAwv etaipiov otnv — avdamrugn pnxavnudtwy NGS odrynoe otnv
OIAQOPETIKN TTPOCEYYION TEXVIKAG OAAANAOUXIONG TWV YOVIBIWUATWY, WOTOCO0 UTTAPXOUV
KATTOIO KOIV& XOPOKTNPIOTIKG PrpaTa Ta oTroia BewpouvTtal KoIva yia KABe TTpocfyyion Kal
emegnyouvTal oTnNV TTapakaTw eikéva (Eikéva 4.13). H mepairépw avdAuon tng pebBodoAoyiag
TTOU XpnaoldoTTolEiTal THiow atrd KABe pnxdvnua EETepva Ta Opia Kal TOV OKOTTO TG TTapoucag

epyaociag (Klug et al., 2015).

A AvaAuon MpwToyevwv Agutepoyevig/AeIToupyIkn
ZUAAor) Aciviiaro Aedopévwv AvdAuaon
MoloTik6G ‘EAeyxog
Atropévwon Meverikol KaBapiopo6g Asiypatog Avahuon
YAikoU (DNA/RNA)
Xaptovpdcppon Al0QOpIKl]  EVIOTIONG6S Evromiopée
Evioxuon &eiyparog HIKPO-QVaYVWOEWV !;(Vlﬁldm 9“’;;"" PETOMAY@V
(rapaAiayég Tng PCR) gpaon  TpéodeoNg
n i
NGS AMnAosxIon il 2l
Anuioupyia P o
“YapTwv onparog” PHIOVE
aAAnAouxiong

Eikova 4.13. AiaypauuaTIKr atreikévion PG YovISIwUATIKAG avaAuong Ue TIg ueBodoug NGS.
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5. E@appoyég peBOOdWV aAAnAouxiong (sequencing) Tou
DNA oTnv latpikn

5.1 levikd oToIXEiO

ATTO TNV avakdAuywn Twv TEXVIKWY AAANAOUXIONG TOU YOVIDIWHPATOG PEXPI ONUEPA EXEI
onuewdei dpauatik TTPdodog OxI YOVO OTO €PeuvnTIKG KOPPATI aAAG Kal oTnv €Qapuoyn
QUTWV TWV TEXVIKWV OE MIKPOPIOAOYIKA €PYOOTAPIA YIA TNV €UPECN ECATOPIKEUPEVWV
TTANPOPOPIWY TTOU Ba eTTWPEARCOUV TOV aoBevr) oTnV UI0BETNON €vog BepaTTeuTIKOU TTAGVOU
€IOIKA OTOXEUOMEVOU YIa TIG avAykKeG Tou. EmmmpooBeta, pe TNV TTPOODEUTIKA QUEAVOMEVN
€EENIEN QUTWV TWV TEXVIKWYV BIEUPUVETAI TO PACHA £QAPUOYWYV TOUG O€ TOMEIC OTTWG N KAIVIK)
O1dyvwan, n ekTevéoTEPN Kal o€ BABOC UEAETN Kal SlaXEIPION TWV YEVETIKWYV QOBEVEIWV Kal N

QAPHUAKOYEVETIKH.
5.2 AvdAuon Tou yovidiwparog (DNA Sequencing) kai Nooquata

5.2.1 AvdaAuon Tou yovidiwpatog (DNA Sequencing) Kal Kapkivog

O kapkivog gival pia opdada voonudatwy o€ dId@opa PEPN TOU CWHATOG, HE KATTOIO KOIVA
XOPAKTNPEIOTIKA KAl €XEl XOAPAKTNPIOTED WG YEVETIKA TTABNON. ZUYKEKPIMEVA O KOPKIVOG
TTPoKaAEiTal atmd aAAayég o€ opiopéva yovidla TTou €AEyXOUV TNV AEIToupyia Twv KUTTAPWY,
€I0IKA TO TTWG avamTUuooovTal Kal To TTWG dlaipouvTtal. Ta yovidla TrepIEXouV TTANPOPOPIES
TTPWTEIVOOUVBEONG, yeEyovog TTou AaUPBAveEl Xwpa oTa KUTTAPG. € TTEPITTTWON YOVIOIOKWY
aAaywv cupBaivel TO €§AG PAIVOUEVO, TO KUTTOPA OTTOKAIVOUV OTTO TOV QUOIOAOYIKO TPOTTO
A&IToupyiag TOug Kal PETATPETTOVTAI O KAPKIVIKA KUTTOPA. TETOIOU €i00UG YEVETIKEG aAAQYEG
oupBaivouy, €ite Adyw kAnpovouikng TTpodidbeong €ite Adyw aAAaywyv oTa cwuaTikd KUTTapa
€VOG avBpwTTou Kata Tnv didpkela TG {wng Tou. Ta KAPKIVIKG KUTTAPA, ATTOTEAECHUA TETOIWV
yovIdlokwv aAlaywyv, €xouv dIapopEG OTNV ALIToUpyia TOUG Ot OXEOon ME TO QUOIOAOYIKG
KUTTOPO OTTWG TT.X. Ta QUOIOAOYIKA KUTTApA avaoTEAAOUV TNV avdaTrTugn Kal Tnv diaipean Toug
HEOW TNG ETTAQPNG KUTTAPOU HE KUTTOPO EVW T KAPKIVIKA KUTTAPA OEV TTAPOUCIACOUV ThV
avaoToAf TNG TTAPNG, JE ATTOTEAEOUA VA AvATITUGOOVTAI KAl va dIAIPOUVTAl CUVEXWG. EVIKA
OTO KAPKIVIKA KUTTOpO oupBaivouv TTEPICCOTEPEG YEVETIKEG OAAQYEG O€ Oxéon ME TO
QUOIoAOYIKA, o1 oTToieG dlagEpouv atrd AvBpwTTo 0 AvBPWTTO Kal PTTOPEl va avadeikvuovTal
WG aTroTeAéOUATA TOU KOPKivou TTapd wg n aitia Tou. Kabwg eEeAicoeTal 0 Kapkivog 0T0 Cwua
Tou aoBevoug, e¢eAicoovTal Kal o1 aAAayEg TTou cuppaivouv og kKuTTapiké ettitredo (NCI, 2017).

O kd&Be TUTTOG Kapkivou TToU €xel TTPOCPRAAAEl évav GvBpwTTo €xel évav POvadIko
OUVOUOO WO YEVETIKWV aAAaywWV, yia auTtdv Tov AGyo XpnoldoTrolgital To TEoT aAAnAouxiog DNA

Tou Oykou (Tumor DNA Sequencing), yio va TOQUTOTTOIROEI QUTEG TIG HOVADIKEG AAAAYEG OTO
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DNA. H gpapuoyn T€Tolou €idoug Te0T CUUBAANOUV O€ TTOAAEG TTEPITITWOEIG OTOV KABOPIGHO
€vOG BepaTtreuTiKoU TTAGvou. To TEOT £XEl TNV IKAVOTNTA va avayvwpilel TIC aAAayEG TTou £Xouv
uttooTel o1 aAAnAouxie¢ Tou DNA Twv KAPKIVIKWV KUTTAGPWY Kol WE PAon QuTéG TIG
TPOTTOTIOINCEIG, O OTIOIEG €ival UTTEUBUVEG yia TNV aVeCEAEYKTN AVATITUEN TWV KAPKIVIKWV
KUTTApwY, avaTrTOoO0VTal aTTd TOUG 1aTPOUG OTOXEUOUEVES BEPATTEUTIKES TTapeUPAcElS. ‘Eva
XOPAKTNPEIOTIKO TTaPAdElyUa TNG TTOPATTAVW TTPOCEYYIONG OTTOTEAEI N BepaTreia e avaoToAEig
EFGR. ‘Exouv PpeBei dnAadr), ot KAPKIVIKA TIVEUMOVIKA KUTTOPA OPICHEVWY avOpWTTWYV
HeTaANGEEIG oTo yovidlo EFGR, o1 OTroieG €xouv WG ETTTITWON TNV TaxutaTtn diaipeon Twv
KOPKIVIKWV KUTTApwv. Edv Bpebei katToia Tétola petdAAagn 1 AavBdvouoa peTdAAagn Tou
yovidiou EFGR T16T1e UTTGdpYoUV duVATOTATEG YIO TOV a0Bevr va avtaTTregéABel oTnv Bepartreia pe
avaoToAeic EFGR (NCI, 2017).

5.2.2 AvaAuon aAAnAouyiag Tou yovidiwparog (DNA Sequencing) Kai n oTepavidia
véoog (CAD).

H oTtepaviaia vooog TTpokaAcsital €ite amd abnpookAnpwaon €ite ammd 1o yeyovog OTI Ta
EOWTEPIKA TOIXWHATA TWV APTNPIWY TTaXAiVOUV Kal okAnpaivouv. H okAfpuvon Twv aptnpiwv
atroteAei Yo @uoioAoyikr] SladIkagia Tou CWwMaTOoG, OTav autd yepvael. Otav pIAGue yia
abnpookARpwan evvoouuEe TNV evaTTOBeon TTAOKWY OTIG apTNPieg. AUuTEG o1 TTAGKEG UTTOPET va
TTPoépXoVTal ATTO TO AITTOG, TO aoBECTIO, TN XOANGTEPOAN 1 dAAa cuoTaTikd Tou aipaTog. AuTh
n evarméOeon TTAOKWY MPTTOPEI va 0dnynRoel 0To GPALINO TwV apTnPIWV Kal TNV SIOKOTTA TNG
aigaTikAg pong. Mapduoio péAo diadpapari¢ouv kal o1 Bpoufol Tou aiyaTog TTou odnyouv OTO
id10 aTTOTEAEOHA PE TIG TTAGKEG. YTTAPXOUV OPKETOI TTAPAYOVTEG KIVOUVOU TTOU ETTIKPATOUV OTNV
oTepaviaia vooo, OTTwWG TO OIKOYEVEIOKO 10TOPIKO TTPWIKNG KAPJdIAKNG vOoou, n nAikia, Ta
auénuéva emmiTeda xoAnoTepOANG OTO aiua, TO KATIVIOUA, O dIaBATNG, N auénuévn apTnPIaKN
TTieon, n Taxuoapkia kai n éAAewn doknong. OAol auToi o1 TTapayovTeG eEQPTOUVTAI ATTO TOV
TPOTTO (WAG KAl TNV CUUTTEPIPOPA TOU a0BeVOUG, eKTOG aTTd TNV NAIKIO KOl TO OIKOYEVEIOKS
I0TOPIKO (Graff & Cashion, 2016).

2Uppwva pe v €peuva Twv McPherson and Tybjaerg-Hansen (2016) o1 yeveTikoi
TTapayovteg diadpapatiouv onUavTikO poAo oTo pioko eupdviong CAD kai Tnv TeAeuTaia
OekaeTia €xel €eAixOei n TTPO0dOG o€ autdv Tov Topéa. ‘Eva atmd ta epyaleia Tng £peuvag Toug
ATav Kal N avéAuon 6Awv Twv egoviwv Tou yovidiwpartog (Whole Exome Sequencing), n otroia
TTapeixe afloAoyeg TTANpo@opieg OXETIKA e Ta yovidia TTou Traifouv onuavTiké pOAo oTov
HeTaBOAIOUG AimoTrpwTeivng Tou TAdopaTog. H avdAuon Twv €Eoviwv TOU YOVIOIWWATOG
odnynoe €1miong oTnv KAAUTEPN KaTtavonon TG doung TG vOoou Kai atrédeife OTI KATAyETal O€
MEYAAO BaBuod atrd Tnv abpoIoTIK CUVETTEIR TTOAAWY aAANASHOPPWY Yyovidiwv Kolvou piokou,
TO OTTOIO PAANIOTA €XOUV MIKPOU HEYEBOUG CUVETTEIEG TTAPA OTTAVIEG PETARANTEG PE PEYAAEG

ouvetteleg aTov Kivduvo ep@avions CAD. OAeg autég o1 TTAnpo@opieg BonBolv aTnv PEAETN
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TwWv TTapaydviwyv KIvOUvVou eP@Aviong Tng aoBéveiag ammd 1aTPpoUG yia Tnv  KAAUTeEPN
TTpogToIdaCia evog £€eIBIKEUPEVOU BepaTTEUTIKOU TTAAVOU TTPOG TOV aoBevr e aTe@aviaia vooo
(McPherson & Tybjaerg-Hansen, 2016).

5.2.3 AvdAuon aAAnAouyiag Tou yovidiwparog (DNA Sequencing) kan AiaBATng

O diaBATNG atroTeAei pia opdda PETABOAIKWY aoBeveIwy. XapakKTnNEIOTIKO TNG OTT0IOG
gival n utTepyAUKaIia €XovTag wg atmmoTEAEOUA TNV €AATTWON TTAPAYWYNAS IVOOUAIVNG, TnV
eAatTwon Tng 6pdong TnG IVOOUAivNG A kal Ta dUo padi. H kardotaon g Xpoviag
uTTEPYAUKQIiag €xel ouvdeBei pe pakpoTrpdBeoun ¢npId, dUCAEITOUPYIKOTNTA KAl QTTOTUXIO
Aeitoupyiag  did@opwyv opydvwy, €IBIKOTEPA TWV HATIWY, TWV VEQPPWY, TWV VEUPWY, TNG
KapdIdg Kal Twv AIJOPOpwV ayyeiwv. ZTnv €EENIEN Tou BIABATN eUTTEPIEXOVTAl TTOAAEG
TTABOAOYIKEG KATAOTACEIG, TTOU TTOIKIAOUV ATTO TV aQUTOAVOON KATAOTPO®H TwV BrTa KUTTApWY
TOU TTAYKPEATOG ME OUVETTA QVETTAPKEIA IVOOUAIVNG €WE KOl KATAOTACEIG OTTOU UTTAPXEI
avtiotaon otnv dpdon TG IVoouAivng (American Diabetes Assaociation, 2011).

O1 TepIoodTEPEG KATAYEYPOUUEVEG UTTOBECEIC DIAPRNATN EUTTEPIEXOVTAlI OE 2 KOIVA
ATTOOEKTEG KaTnyopieg. ZTnv kartnyopia diafATn Tt0TTou 1 (Type 1 Diabetes, T1D) 61ou dev
UTTAPXElI €KKPION IVOOUAIVNG Kal oTnv Kartnyopia diafntn Tumou 2 (T2D), 61Tou uttdpxel o
OouvOUOOuOG HeTalu avtidpaong otnv O0pdaon TnG IVOOUAIVNG KAl AveTTAPKAS avTidpaon Tng
€CIOOPPOTINTIKAG  €KKPIONG  IVGOUAIVNG. Qotéco, péoa amd TNV  TIOAUETH €peuva
YVWOTOTIOIEITAI TO YEYOVOG, TTWG Ba ETTPETTE va UTTAPXOUV Kal GAAEG uTToKaTNYOpPiEG Adyw TNG
eTepoyévelag  Tou OIOBATN ME OKOTTO TNV EKTEVEOTEPN €PEUVA KOl TNV KaTavonan Twv
UTTOKOTNYOPIWV YyIa TNV KOAAUTEPN OQVTIMETWTTION TNG KABE €EATOPIKEUPEVNG TTEPITITWONG
aoBevoug texwpioTtda (Groop & Pociot, 2014).

Ta atroteAéopaTa VEWV EPEUVWIV £XOUV OVAKAAUWEI KAl avayVvwWPIoEl UTTOKATNYOPIEG TOU
dlaBnTn 6mwg o AavBdavwy autodvooog diIaBATNG o€ eviAikeg (LADA), 6TTou xapakTnpideTal
amdé TNV Tapoucia  evdg  BeTIKOU  QvVTIOWHATOG Tou  evCUPou  [AOUTAMIVIKOU  0&£0G
AtrokapBoéuidong (GAD). H cupTtrepipopd autoU TOu avTiIowuaTtog, dnAadr ol uynAoi ) ol
XOUNAoi  TiITAOI  QvTICWHATOG  XAPOKTNPEICOUV KAl TNV OCUUTTEPIPOPA  TNG OCUYKEKPIUEVNG
Katnyopiag. Zuykekpigéva, OTav egivar uynAoi o1 TiTAOI avTiowpaTtog TOTE Aéue OTI N
utrokatnyopia LADA gival KovTiveTepn wW¢ TTPOG TV CUUTTEPIPOPA TNG oTov dlafATn, TUTTOU 1
(T1D). Otav givalr xaunAoi o1 TiTAOI TOU AvTICWHATOG TOTE WIAGUE YIO CUUTTEPIPOPA TTaPOUOIa
pe Tov diapnTn TUTTou 2 (T2D). Ocov agopd Tov dlafATn OWIung évapgng oToug vEOUG auTod
Tov TUTTO dIABATN TOV XaPOKTNPEI(El N MOVOYOVIDIaKr HOP®A TOU e KOBOPIoUEVEG PETOANAEEIQ
o€ 14 yovidia MODY [ HNF4A (MODY1), GCK (MODY2), HNF1A (MODY3), PDX1 (MODY4),
HNF1B (MODY5), NEUROD1 (MODY6), KLF11 (MODY7), CEL (MODY8), PAX4 (MODY9),
INS (MODY10), BLK (MODY11), ABCC8 (MODY12), KCNJ11 (MODY13), APPL1 (MODY14)

], Ta omoia €ival uTTEUBUVA YIO CUYKEKPIUEVEG  AgIToupyieg TTou €TTnPEAlouv Tov Kivouvo
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EM@Aviong TnG vooou. MNa Tnv elpean TwWv TTapaTTavw TUTTWY dIABATN XPNOIKMOTTOINBNKAY TECT
aAAnAouxiong Tou yovidiwuatog o0TTwg 1o Whole Exome Sequencing Kal yvwoTOTIOIEITAl N
avaykn yia TTEPAITEPW EPEUVA HE YEVETIKA PEOQ, €TO1 WOTE va BonOnBei n kaAUTEPN KaTavonon
TETOIWV VOOWV OAANG Kal n opBdTepn OEPOTTEUTIKN) QVTIMETWTTION HE PAON TIG YEVETIKEG

TTAnpogopieg Tou KaBe acBevoug (Groop & Pociot, 2014; Naylor, et al, 2018).

5.2.4 AvdAuon aAAnAouyxiag Tou yovidiwparog (DNA Sequencing) kai n Néoog
Alzheimer

H vooog Alzheimer (AD) atmroTeAei pIa VEUPOEKPUAIOTIKY vOOO, i0WG TNV TTIO KOIVA
avaueoa oTIg VOoOoUG Tn¢G Avolag Kal XapokTnpidetal atmd oTadlokh aTTWAEId UVARNG Kal
TIVEUMOTIKWY  AsIToupylwv 0 BABog xpovou ammd Tnv Evapén Twv OCUPTITwudtwy. H
TTAEI0VOTNTA TWV AVEPWTTWY TTOU TTACYXOUV ATTO AUTH ival Avw Twv 65 eTwv, aAAd uTTdpXEl Kal
MIa KaTnyopia avlpwTTwy KATW Twy 65 €TWv TTou gival duvnTIKG euTtabeic 1 €xel epgavioel
CupTITWHATA TNG véoou. Méxpl Twpa dev €xel Bpedei KATTOIO BEpATTEIQ YIA TA CUPTITWHATA TNG
véoou TTapd JOVO BAPATA QVTIMETWTTIONG Yia TNV emBpdduvon Tng emdeiviwong TNG vooou Kal
TNV BeAtiwon TG ToidTNTag (WAS Twv aaBevwv Kal Twv @povTioTwy Toug (Alzheimer’s
Association, 2018).

Mapd v avumrapgia Bepatreiac kaTaBaAAeTal peydAn TpooTrdBeia atrd dIdPopPOouUg
KAGOOUG TNG EMOTNMOVIKAG KOIVOTNTAG YIa va Bpebouv TPOTTOI QVTIMETWITIONG i akOua Kal
METPa TTPOANWNG TNG. Mia TéTolou €idoug kaivotépa TTpwToBoulia AAednke atd tn Apdon
EBvikou lMpdtdekt AAToxaiuep (National Alzheimer’'s Project Act), n oTroia avakoivwoe Tov
deBpoudpio Tou 2012 tTnv diggaywyn €vog Kalvotopou TTPOTZEKT aAAnAouxiong Tng vooou
AAToxaiuep (ADSP). 216X0G TOU OUYKEKPIMEVOU TIPOTCEKT €ival n €Upeon Kavoupiwv
BePATTEUTIKWYV TTPOOEYYIoEWV Kal PETPWY TTPOANYWNG pEow aAAnAouxiong kai avaAuong
YoVIOIWHATWY £vOG HeEYGAoU apiBuou atéuwy, o1 OTTOIOI €iTE £XOUV EUPAVIOEI CUUTITWHOTA TNG
véoou eite €xouv TTpodidBecon oTtnv eu@dvion nG. MNa Tnv diekTTepaiwon Tou TTPOTEEKT
XPNOIUOTIOIOUVTAl TEOT aAVAAUCNG TOU YOVISIWHPOTOG, OTTWG N avdAucn OAOGKANPoOuU Tou
yovidiwpatog (Whole Genome Sequencing) kal n avdAucon oOAOKANpwv Twv €Eoviwv Tou
yovidiwpatog (Whole Exome Sequencing), ol o1Toieg avayvwpifouv TIG YEVETIKEG aAAAYEG Kal
TIG YEVETIKEG TTANPOYOpPIES yIa TNV SIOPOPPWON CUUTTEPACHATWY aTTO TOUG ETTIOTIUOVES KOl

TNV mOavn BeTIKA eTTidpacn atov Topéa KAIVIKAG epapuoyns (NIAGADS, 2018).

5.2.5 AvdAuon aAAnAouyxiag Tou yovidiwpatog (DNA Sequencing) kai
TTayuoapkia

H TTayxuoapkia €ival pia akpaia kardotaon 1Tou agopd 10 BAPOG VoG avBpwITou Kal
XapakTnpi¢eTal atrd TNV UTTEPPBOAIKF) cucowpeuan AITToug OTo aipa. AUTA n CUCCWPEUON EXEl

wg eTTaKOAOUBO TNV EPPAVION GAAWV XPOVIWV VOOWV OTTwG 0 AlaBATNG , dIAPOPES KAPDIAKES
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voool Kal 0 Kapkivog. O deiktng palag cwpatog (BMI) eival pia xapaktnpioTikh Hovdda
MéTpnoNng TTou PBonBdel otnv akpiBEéaTepn yvwon yupw atmd Béuarta trayxuoapkiag (WHO,
2018).

H Traxuocapkia eEaptdtal otov PeyaAuTepo PaBud amd Tov TpOTO (Wwhg Kal TNV
CUMTTEPIPOPA TOU a0BevoUg. QoTdo0, TTAPd TIG TTAAIOTEPES ATTOTUXNMUEVEG EPEUVEG OUCXETIONG
TNG TTAXUOOPKIAG ME YEVETIKOUG TTOPAYOVTEG, €PXETAI OTO TIPOCKNAVIO N OUCYXETION TNG
TTAXUOOPKIAG JE CUYKEKPIMEVA yoVvidIa, T OTTOI £X0OUV UTTOOTEI JETAANAEEIG KAl euBUvovTal YIa
TNV TTaxuoopkio o peydho Babud, avegaptATwg TrepIBarlovTikwy TTapayoviwy (Gill, et al,
2014).

2UYKeKpIPéva, o€ pia geAéTn Twy Richard et al. (2013), 61TOU XPNOIMOTIOIABNKE N TEXVIKN
TNG avdAuong Twv eoviwv Tou yovidiwpaTtog (WES) padi pe évrovn deiypaTtoAnyia o€
OIKOYEVEIEG HME OUYYEVEID €K AiuaTog, avayvwpioTnkav dU0 KAIVOTOPEG MWETOAAAEEISC OTOUG
utrodoxeic Aetrtivng (LEPR) o€ évrova TTaxucapka TTaidid Twv oikoyevelwy (p. H160LfsX9) kai
(p.186AfsX27). Me v xpAon epyaAciwv avdAuong yovidiwparog, divetal n duvardtnTa
eupeong TéTolou €idoug TTABOAOYIKWY WETAAAGEWY TTOU 0dnyoUv OE TTAXUCAPKia Kal n
TTPOCAPPOYA TOU BepaTreuTIKOU TTAAVOU YIa TNV owaoTH KaBodrynon Tou acBevoug , £€T01 WOTE

va UTTOpECel va eTITEUXOEi 0 emOBuUuNTOG BepatTeuTiKOG 0TOXOG (Gill, et al, 2014).

5.3 AAAnAouUxIon Tou DNA o€ TTpoyevvnTIKOUG EAEyXOUG
ApkeTd ouvdpoua Kal vooruara o@eilovial o€ yovidlakeéG PETAANGEEIS, OTTwG gival ol
MIKpOeAAEiWeIG Kal o1 pikpodiTTAaoiaopoi. ‘Exel amodeixBei 611 ekivwvtag ammd 10 TTPWTO
TpiuNvo TNG eykupoouvng , UTTApxel €AelBepo euPpuikd DNA (cell free fetal DNA) otn
KUKAOQOpIia TOU aigaTtog TG INTEPAG, TO OTTOI0 PTTOPE va avakTnBei Ye pn emepBatikd 1p4TTO0
Kal va JEAETNOET WG TTPOG opIoUéveS eUPBPUIKES TTaBoAoYIKEG KaTaoTdoelg. To cffDNA, utropei
va oUuMexBei atmd tnv 10" ¢Bdopdda eykupoouvng, Otav QTAVEl O€ ETTAPKEIG TTOOOTNTES YIA
molavy KAIVIK xpAon. Z1n 127 ¢Bdouada , otav mepittou 10 90% Twv BpaucudTwy DNA
KUKAO®OpoUv oTo TTAACMA, oulBaivel atTOTITwON TOU PNTPIKOU €TTIBNAiou Kai dnuioupyeital
éva diyha unTpikou kai eufpuikou DNA (BAMI, 2018)(GSB, 2018)(InterGenetics AKI, 2018).
Kdatrola amdé 1a olvdpoua yia Ta  oTroia dieCdyetal évag TTpoyevvnTIKOG €AeyXOG
atroTeAoUV:
e To ZUvdpouo Down (Tpicwuia 21), To OTTOI0 OXETICETAI PE QAVATITULIAKN Kal dlavonTiKA
KaBuoTEPNan TToU KUPAiveTal atrd ATa €wg coapr).
e To 2Uvdpouo EDWARDS (tpicwpia 18), eivar pia diatapaxr) TTou TTPOKOAEI cofapn
avatTuélok KabuoTépNon Kal YEVETIKEG AVWHUOAIEG.
e To Zuvdpouo PATAU (tpiowpia 13), eivar pia TaBoAOyIKry KATAOTAON TTOU TTPOKOAE]

ooBapr dlavonTikA KaBuoTéPNon Kal CWHATIKA duoTTAaaia.
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AKOUa, €KTOG aTTO TNV QviXveuon OUVvOPOPWY O TTPOYEVVNTIKOG EAEYXOG €VTOTTICEl Kal
APKETA QUAOCUVOETO voarpaTa OTTwG gival n aigoppo@idia, n puikrp duotpogia DUCHENE, 10
2Uuvdpopo euBpaucTou X K.a. (BAMI, 2018; GSB, 2018l InterGenetics AKI, 2018).

210V N emTeuPaTikd TTpoyevvnTIKO €AeyXo (NIPT) n aAAnAouxion DNA €xel kupiapxo
poAo. To euppuikd DNA eAéyxeTal kal aAAnAouxeital pe peBodoug aAAnAouyiong OTTwg givail To
Whole genome Sequencing kai 710 Next Generation Sequencing. Ta uttowA@ia yovidia yia
TTABOAOYIKEG KATAOTAOEIG KABWG Kal GANQ, CAPWVOVTAl UE AVIXVEUTIKEG DOKINACIEG PAdIKOU
eAéyxou Kal Ta dedopéva aAAnAouxiong avaAuovTal dIECODIKA Pe BEATIWPEVN BIOTTANPOPOPIKD,
woTe va amodidovrial cagr kal agiomoTa  amoteAéopara (BAMI, 2018; GSB, 2018;
InterGenetics AKT, 2018).

5.4 H aAAnAouxion DNA oTnV @OPHOKOYEVOMIKNA KAl QAPHUOKOYEVETIKN

H @apuakoyeveTikn €ival 0 KAAOOG €KEIVOC TNG IATPIKAG, O OTTOI0G AVAPEPETAI OTO TTEDIO
TNG YEVETIKAG, TTOU €0TIACEl OTNV TTOIKIAIA TWV avTIOPACEWY O€ QAPMUOKEUTIKA OKEuAouaTa,
eCartiag TNG yeVETIKNG TToiKINopopiag (Graff & Cashion, 2016).

AUTEGC Ol YEVETIKEG TTOIKINOMOP®@IEC MTTOPOUV VA ETTAPEACOUV TNV IKAvOTNTA TOU
OpYQVIOHUOU va atmoppo@d, va PETaPEPEL, va JETABOAIZEI N va aTTOPAKPUVEl Ta @APHAKAG N TOUG
MeTaBoAiTeG Toug. KaBuwg 1TpoadiopileTal Kal KATaypAa@eTal n €midopacn Twv QAapuaKwy OTIG
VEVETIKEG TTOIKINOMOPQIEC TOU CWHATOG, UTTOPEI va avaTrTuxBei éva poviéAo acBevoug TTou Ba
EMTPEWPEI OTOUG ETTAYYEAPOTIEG uyeiag va emAEEouv TO @Appako Kal TRV &6on Tou gival
YEVETIKA KATAAANAa yia Tov acBevri. MEBodol aAAnNAoUXIONG Kal TEXVIKEG €XOUV OUMBAAAEI
ONMavTIKA OTnNVv @ApPaKoyeveTIKr. ‘Evupa Tou ATTatog éxouv aAAnAouxiBei yovidiakd kai n
yvwon yupw atro TIG YEVETIKEG TOUG OUCTAOCEIG KOBOBYNOAV QAPUAKEUTIKEG HENETEG UE OKOTTO
TNV  TTOpaywyr QOPUAKEUTIKWY OKEUOOUATWY Kol TOoV KOBOPIoPNO Tou TTO0O0 KOAG
peTaBoAiCovTal atro Ta TrolkiAa cwpaTikd éviuua (Graff & Cashion, 2016).

levikd n onuoaoia Tou PETABOAICHOU ousiwy Ot TTOAAEG TTABOQUCIONOYIKEG DIEPYQTIES
gival onPavTiK KAl Xwpig TIG TEXVIKEG aAANAoUXIoNG, 01 YVWOEIS Jag yUpw aTrd TIG SUVATOTNTEG
TOU OPYQVIOUOU VA QVTATTEEEPXETAI OTIC XNMIKEG OUCiEq TwWV QAPHAKWY Ba nTav €ANITTEIC.
XapOKTNEIOTIKO TTAPAdEIYHO TWV TTAPATIAVW, OTTOTEAEI N YEVETIKI) CUOXETION £VOG £vCUUOU, TNG
WeudOXOAIVESTEPAONG ME TO Taxeiag dpdong avaiodnTIKO ZOUKIVUAOXOAIVN, TTOU TTPOKAAEI
MuoxaAacon. lMepimmrwoelg amd aobeveig oToug oTroioug 1o éviUUO autd Oev ETTOPKED E€iTE
atrouoiadel AOyw VEVETIKAG METAANAENG, €XOuv €CQIPETIKA HEIWMEVO MPETABOAIOUO OTa
010POpwWYV TUTTWV JUOXOAQPWTIKA Kal Ta ATOPA YTTOPEI va TTApOUCIGoouV KAIVIKA TTpoBAAuaTa
OTTWG KaKoABNn uttepBepuia, ouvexr WUIKA OUOTOAAR Kal ouvodd auénuévo kataBoAioud. Ol
TTEPIOCOTEPEG TTEPITITWOEIG AUTWYV TwV TTaBoAoyIwv oxeTiCovTal ue PETOANGEEIG o€ éva yovidio

TTou ovopdadetal RYR1, 1O oTroio XapToypa@eital 010 XpWHOCWHA 19 Kal n €TMOTNUOVIKN
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yvwaon autig Tng TTAnpogopiag ApBe émeima amd cuvexoueva Treipduata aAAnAouxiong

YEVETIKOU UAIKOU oTa avBpwTriva nmraTikd kuttapa (Graff & Cashion, 2016).

5.5 H voonAeutikl Sigpyacia oOTOV TOHEA TNG YEVETIKAG Of TTPOYPAMMATA

aAAnAouyxiong DNA

H oupBoAr TnG NoonAeuTikAG oTov TopEa TNG MEVETIKAG €ival apKETA oNUAVTIKA KAl N
Borbeia TTOU TTPOOPEPEI OTNV €pyaAOTNPIAK Oopydvwon Kal TNV OCUAAOYH ETTIOTNUOVIKWV
Oedopévwy KpiveTal TTOAUTIUN. H €locaywyr TNG VOONAEUTIKAG TTPAKTIKAG O€ €£pyaoTnpIakd
TTpoypdupaTa Kal TNV dieaywyh TEIpaudTwy OTTwg gival N aAAnAouxion Tou yoviSIWPaToG,
EyKeITal OTnV AUECN OUVEPYAOIia HE ETTAYYEAUATIEG uyEiag , PME aOoBeveiC TTOU EVOEXOMEVWG
@épouv KatTola yeveTikn dlatapaxn Kai otTnv "yepupwon" oxéoewv autwyv Twv duo (Graff &
Cashion, 2016).

O voonAeuTig emTopévwg BETel o€ agloAdynon Tov acBevry KAl TNV OIKOYEVEIQ TTOU
Bpiokovtalr o€ KivOUVO 1N (QEPOUV YEVETIKEG OIOTAPAXEG, ME OKOTTO TNV avayvwpion Twv
TTapayovTwy KIvOUVOoU Kal TNV EKTIHNON avaykKwy Tou aogBevoug yia TTANPo@Opnon. Z& APKETEG
TTEQITITWOEIG, TTAPAAANAQ UE TNV TUTTIKA QUOIKA €EETAON KAl TOV €PYAOTNPIOKO £AEYXO
evOEgikvUTAl KAI N QUOIKA €E£TAON IO OUCHOPQIa KAl O YEVETIKOG £PYACTNPIOKOG EAEYXOG ATTO
voonAeuTég. ETTiong onuavTtikd oToixeio otnv agloAdynon atmmo HEPOG Tou MEVETIKOU VOONAEUTA
gival N Aqn oikoyevelokoU I0TOPIKOU Kal N guvappoAdynon yeveaAoyikoU dEVTPOU Ta oTToia Ba
MTTOpOoUCcaV va KaBodnyAoouv opiouéva POVOTTATIa o€ TTpoypdupaTa aAAnAouxiong. Ooov
agopd Tn dladikacia TNG voonAeuTIknG dIdyvwong , 0 VOONAEUTHG avaAlel Ta CUANeEXBEvTa
dedopéva TTou OXETICOVTAI PE TNV TTPAYHATIKA N TIBavr] yeveTIKA dlatapaxn Kal TIG avTIOpATEIg
TOU a0BeVOUG Kal TNG OIKOYEVEIAG TOU. 2& BepatTeuTIKO €TTiTTESO , 0 VOONAEUTAG Ba TTPETTEl Va
EXEl TTPOCPATN KAl AKPIPr TTANPOQPOPNCN Kal yvwaon TwV TINYWV, TwV TEXVOAOYIWV Kal TwvV
BepaTTEUTIKWYV TTOPEURACEWY , TOOO YIA TIG YEVIKEG GO0 Kal YIO TIG EI0IKEG YEVETIKEG SIOTAPAXES

TToU Ba peAeTNOOUV pe TIG €18IKES HEBSOoUG aAAnAouxiong (Graff & Cashion, 2016).

6. Zuptrepacpara / Mpotaoceig

Kolvwg OlOAOYOUUEVWG N €TMIOTAMN TNG YEVETIKAG Kal TNG PloTexvoAoyiag, eival n
EMOTANN TOu PEAAOVTOG, €I0IKA €KEIVOG O TOMEAG TNG YEVETIKAG TTOU ETTIKEVIPWVETAI OTO
YEVETIKO UAIKO Kai To yovidiwpa Tou avBpwtrou. ‘Exel amodeixbei Twg 010 €0WTEPIKO PEPOG
TWV KUTTApWVY Pag uttdpxel évag TTAoUCI0G, TTEPITTAOKOG Kal a&loBaluacTog UIKPOKOO OGS KABE
AetrTopePAG alAayr) oTov OTToio, €ival KOV va aTtTodwaoel €Vviova EKTETANEVEG AAAQYEG OTO

OWMA, PE PN avaoTpéWiues ekBaoclg. To peyaAlTepo €wg Twpa epyaAcio TTou Ol10BETEl N
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YEVETIKN yIa TNV €€aKpiBwaon TNG oUOTACNG TOU YOVISIWHKOTOG ival OI DIAPOPES ECEIDIKEUUEVES
MéEBodOI avaAuong aAAnAouxiong Tou DNA.

ZAMEPQ, Ta TTpoypaupdaTa avdAuong aAAnAouxiong dgv XpnaolpoTtrolouvTal uévo yia tnv
eCakpiBwan aAAnAolxiong TTou @épouv opIoHéva yovidia aTOuwyv PeE TTPodIabean, Kivouvo n
UTTAPYXOUCEG YEVETIKEG Olatapaxés. H OykoyeveTikip KAl n oykoAoyia €mMITACOOUV  VEEG
BeATiwpuéveg e€ehiCeic otnv diadikaaia yovidlakoUu eAEyxou VOO UATwy Kabwg Kal o KAAdOG TNG
(PAPPOKOYEVETIKNG, ETTECEPYACETAI VEQ HOVTEAD BEPATTEUTIKWY OXNUATWY PE OTOXO TNV YEVETIKNA
TPOTTOTTOINON N EGAAEIPN VOONUATWV.

Alla ava@opdg cival Kal n emidpaAon TNG YEVETIKAG KAl YoVIOIOKNG TeEXVOAoyiag o€
TTANBuopoUG He euaioBnTa doyuaTtikG oToixeia. KdaBe Treipapa aAAnAouxiong €TTORéVWG,
opeilel va TTpooTaTeUEl TIG DIAPOPES WUXOKOIVWVIKEG ETTIOPACEIC ATOUWY KAl Ol ETTIOTHUOVEG
TToU Ta dIEGAYoUV OTTWG ( YEVETIOTEG, BIOAGYOI , 10TPOI, vVOONAEeUTEG ) Ba TTPETTEl VO AauBAvouy
uTTOWn TOUG, Ta NOIKA, VOMUIKA, TTOMITIOMIKA, OpnoKEUTIKA Kal KOIVWVIKG ¢nTAPaTa. 'Exel
TTapatnEnBei TTWG BPNOKEUTIKEG MEIOVOTNTEG AVATOAIKWY XWPWV QEPOUV AVTIOTOON OTIG
OIAQOPES 1ATPIKEG ETTEUPACEIC TTOU CAV OTOXO £XOUV TNV WETATPOTTA TNG YEVETIKAG 1816TNTOG
TOU opyaviouoU HJE aTTWTEPO GKOTTO TNV Bepartreia , Tnv TPOANWN N TNV BEATIWON OpyavIoUWV.
QoT1o00 O¢ev gival Aiyeg ol QopEéG OTTOU N ETTICTAMN ayvoei Ta NBIKG {nTAuaTa WE TNV OOKIUA
TTEIPOAUATIKWY HOVTEAWV TTOoU @épouv aAdvBaoTeg aAAnAouxieg oTo yovidiwpa Toug Kal
O1aPOopES aTTO AUTEG TIG DIGBIKACIESG TEIVOUV va VOUIUOTTOIOUVTA.

H xpnon tTwv d1GQopwV TEXVIKWY aAANAoUXIoONG £QepE OTO QWG €vav TEPAOTIO OYKO
TTANPOPOPIWY IKAVO va oAAGEEl TRV porp Twv OedOPEVWV TNG ETTIOTNUOVIKAG KOIVOTNTAG.
ZuyKekpipéva ol uEBodol auToi auvéBaiav oTnv avakdAuwn Kal aTnv avayvwpion yovidiwv Kal
MeETaAAGEEwV o€ yovidla, utreUBuva yia Tnv TTaBoAoyIKN KaTdoTaon Twv avBpwTttwy. Movidia
TOU KOAPKiVOU TTOU €ival UTTEUBUVA YIO TIG KAPKIVOYOVEG CUUTTEPIPOPEG TWV CWHATIKWV
KUTTAPWY €XOUV EVTOTTIOTEI JEOW TEXVIKWY AAANAOUXIONG Kal PE TNV TTPG0O0 TNG TEXVOAOYIag
TeivOouv va avakaAu@Bouv QOPUAKEUTIKEG OUCieg TTOU Ba avVTOTTOKPIVOVTAlI OTO €KAOTOTE
YEVETIKO UTTOOTPpWHA Tou KABe aoBevry (NCI, 2017). E&eAigeic 0 vEUPOEKQUAIOTIKEG VOOOUG
OTTwG N véoog Alzheimer Teivouv va BpeBolv pe atmoTEAECHO VO PUTTOPOUV O1 ETTAYYEAUATIES
Yyeiag va SiaylyvwoKouv Tnv vOoou HE OKPIBECTEPA KPEITHPIO KOl va PTITOPOUV va
XPNOIYOTTOIoUV aTToTEAEOUATIKOTEPA BrpaTa TTPOANWNS. Me autd Tov TpdTTo diveTal €ATTIOO
oToUG aoBeveic TNG vooou KaBwg Ba BeATioveTal To BepatreuTikO TTAaiclo. Emmpdobera,
éxouv avakaAu@Oei TTOAAG poplakd povoTrdTmia yia KABe voonua, Ta OTToia ETMITPETTOUV ThV
akpiBéoTepn amoédoon TG OOUAG MIag vooou, OTTwG cupfaivel TT.X. OTNV avayvwon Twv
e€oviwv Tou YyoVIBIWPATOG PE OKOTTO TNV ATTOKTNON YVWONG OTNV AEIToupyia TG oTEQaviaiog
véoou (McPherson & Tybjaerg-Hansen, 2016). AuTég €ival PEPIKEG OTTO TIG EQAPHOYEG TTOU
€XOUV OUVEIOQEPEI Ol TEXVIKEG AAANAoUXIong Tou YovIOIWPOTOG, KaBwg Opws e¢eAicoovTal

dnuIoupyouvTal Ol TIPOOTITIKEG YIA HEAAOVTIKOTEPEG OPYAVWUEVEG EPEUVEG.
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O1 puéBodoI aAAnAouxiong Tou YOVISIWMUATOG €XOUV CUVEICQEPEI O€ PEYAAO BaBud otnv
YEVETIKI] XOPTOYPAPNON YEVETIKWY VOONUATWY Kal aTn dla@wTion TG Ooung Twv acbeveiwy,
yeyovog TTou €yive €va avaykaio BAa yia Ty €EEAIEN TNG EMOTANNG TNG MOPIAKNG BloAoyiag
Kal TNG 1aTpIknAG PBiBAloypagiag. QoTdéco, n avdamTuén, xprAon Kal Katavonon auTwy Twv
TEXVIKWYV €XEl yivel katavonTh Ta TeAeuTaia Xpovia, yeyovog TTou eUTTOdIcE Tnv UTTapén
TTANBWPAG gpeuvwv Kal TNV TTARPN avaTTuén JakpoTTpOBeouwy PeAeTWY. O KUpIog AGyog yia
autd €ival n OTOXEUOUEVN XPAON TWwV TIAPAdOCIOKWY TEXVIKWY aAAnAouxiong Kal n
TTEPIOPICHEVN MEXPI TWPO EKBACN EPEUVWIV OPEIAETAI €V MEPEI KAI OTNV XPHON UN AEITOUPYIKWV
EPYOALIWV VIO TIG avAyKeG TTou B€Tel TO KABe Treipapa. Ta TeAeutaia xpovia avamTuocoovTal
TEXVIKEG aAAnAouxiong véag yevid (Next Generation Sequencing), ol otroieg TTapoAo TTou
BaciCovTal oTIG TTAPAdOCIOKEG HEBODOUG, TEIVOUV VA TIG AVTIKATOOTAOOUV 0€ PeyYAAo BaBuo.
EmmAéov, ol Tapadoolakég TeXVIKEG AaAAnAoUXIong KOOTICOUV ONUAVTIKA TTEPICTOTEPO KAl
€EAYOUV CUUTTEPACHATA O€ PEYAAUTEPO XPOVIKO DIAOTNUA O€ OXEOn HE TIG véeg HEBOdOUG,
TTPAYHA TTOU TIG KABIOTA Kal XpovoROpeg Kal datTavnpég.

Me Tnv katavonon TG xpAong Twv PeBOdwv aAAnAouxiong Tou yovIDIWUATOG
ouvouaouévn JE TNV XPAON TwV EQAPUOYWY TNG VEAG YEVIAG, Ol OTTOIEG €XOUV TEPACTIEG
duvaTtoTNTEG, YiVETAl GAPES TO YEYOVOG YIa TNV avaykn TN Babutepng HeAETNG. Topeig 6TTwg ol
MN KWOIKOTTOINUEVES TTEPIOXES TOU YOVIDIWHATOG Ba YTTopoUcav va attodwaoouv TTANPOPOopIES
yia autov Tov TEPAOTIO MIKPOKOOMO Tou yoviIdlwpaTog. ETmimTAéov, avaduetal n avaykn yia
XapToypdenon Twv 00BeveEIV O GUYKPION HE XOapTOypa@nuéva Uyir YovIOIWUATG YyIa TNV
eCaywyn amoteAeopdTwy Kai Tnv dnuioupyia upiag Bdaong dedopévwy. ‘ETol avoiyel o dpduog
yia TNV eUKOASTEPN BIdyvwan aAAd kal TNV PHeyaAUTePnN TTOIKIAOPOP®Ia O€ BEPATA EPEUVWV. ZTA
ETTOPEVA XPOvIa gival TBavov n TeXVOAOYIKN TTPpo0dog va kavel duvath Tnv aAAnAouyion k&Oe
yovidiou n aképa kal oAOkAnpou Tou yoviIdlwpaTog evog opyaviopou, TOO0 €UKOAA Kal
OIKOVOUIKA WOTE va YiveTal wg éAeyxog pouTivag. AkOua ki €101, yvwpifovtag Tnv aAAnAouyia
TOU YOVISIWMOTOG KATTOIOU, €ival aTTiBavo Ol YEVETIOTEG VA UTTOPOUV VA XOPAKTNPICOUV OAEG TIG
METOANGEEIG TTAVTA WG UTTEUBUVEG yia Tnv dnuioupyia TTaBnoewv. Ta TepIoodTEPA AvBPWTTIVA
XOPAKTNPIOTIKA £CAPTWVTAl ATTO CUVOUACHOUG OPKETWY , ioWg TTOAWYV TTapaAlaywyv. Towg
OTO OUVTOPO MEAAOV o1 €TMOTAMOVEG va gival IKavoi va TTPOBAEWOUV TIG CUVETTEIEG KABE

OUVOUOCUOU aTTO TIG EKATOUMUPIA DIAPOPETIKEG TTAPAAAQYES TTOU UTTOPET VA TTPOKUWOUV.
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7. NEPIAHWH

To vyeverikd UAhiké (DNA), civai n Baciki KivnTApIa Kal AEITOUPYIKA Hovada Tou
OopyaviouoU, TTou pali pe 1o SOPIKA OToIXeia TNG, Ta yovidia cuvieAoUv oTnv BIoXNHIKA
TAUTOTNTA OAOKANPOU TOU avBPpWTTiVOU CUWHATOG.

AlodIkacieg yia TNV €UKOAN Kai ypriyopn avadAucn Tng aAAnAouyiag Tou yeveTikoU UAIKOU,
avakaAueBnkav tnv OekaeTtia Tou 1970. ZTIC PEPEG MAG N IO CUXVA XPNOIKMOTTOIOUMEVN
MEBODOG aAAnAoUxiong avaueoa o€ TTOAAEG, €ival n PEBOdOG TEPUATIONOU TNG AAUGidag n
otroia  €yive ONUOQIAAG OIOTI AUTOPOTOTIOIEITAI JE AVECN Kol Trapdyel peydho apiBud
TTEIPAPATWY O OUVTOMO XPOVIKO didoTnua. ETouévwg, yia va TTpokUuyel N aAAnAouyia evog
OAOGKANPOU YOVIBIWUATOG XPEIAZETAI VO EKTEAEOTOUV XIANIAOEG EexwploTd TeipdpaTa. Otav
TTpoadlopieTal N aAAnAouxia evog yovIDIWPATOG, N WeEYaAUTepn TTPOKANCN cival n CwoTA
ouvapuoAdynon OAwv Twv PIKPOAAANAOUANXIWY TTOU TTPOKUTITOUV aTTd Ta TTOANQTTAG
TTEIpApaTa aAAnAoUxXIong KaBwg Kal  owaTr XPRon BakTnpiwy Kal BondnTIKWwy TTEIPAUATIKWY
evqUPwv.

ANeG péBodOI aAAnAouxiong OTTwWG N TUNMATIKA KAWVOTTOINON €VETTVEUOAV TOUG
ETMOTANOVEG WOTE VA TTPORoUV OTNV HWEAETN HEYAAUTEPWVY aAAnAouxiwy  OTTWG auTh OTO
Mpdéypaupa Tou AvBpwTrivou MNovidiwpatog. O1 o auyxpoveg HEBodol 0TTwg Next Generation
Sequencing OuvTEAECQV OTN YEVETIKA avayvwpion dia@épwv VOonuaTwy Kal TTaBoAoyiwv
OTTWG €ival 0 Kapkivog, o dapATNG Kal didpopa YeVETIKA OUVOpoPa Kal ouvéBaAAav oTn
(PAPUOKOYEVETIKI ETTIOTAUN KAl OTIG KAIVIKEG EQOAPUOYEG TWV EUPNUATWY TOUG HE ATTWTEPO
OKOTTO €va OTOXEUOMEVO KAl ATTOTEAEGUATIKO BepaTTeUTIKO TTAGICIO.

EpyooTnpiokég €PEUVEG, CUVTPEXOUV MEXPI KAl ONPeEpa pE BE€ua Tnv oKpIBEOTEPN
avaAuon aAAnAouxiag yovIDIWPATWY 1V AAAG KAl OpyavIOUWY JE OKOTTO TNV eupuTEPN XPAON

TOUG 0€ DIAPOPOUG TOUEIG TNG 1ATPIKNG.

NECeIg  kKAeIDIA: DNA, AvdAuon aAAnAouyiog TOU VYEVETIKOU UAIKOU, MEBODOI

aAAnAouxiong, KAIVIKEG EQAPOYEG, BEpATTEUTIKO TTAdiCIO
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8. ABSTRACT

The genetic material (DNA) is the fundamental driving and functional source of a living
organism, which combined with it's structural components, the genes, forms to the
biochemical identity of the whole human entity.

Processes for quicker and easier sequencing analysis of the genetic material were
discovered back in the decade of 1970s. Today the most commonly used method of sequence
among many, is the chain method termination, which became very popular because of her
ability to automate herself with great convenience and to conduct a big number of experiments
in a brief amount of time. Therefore, in order to result in the sequence of a whole genome from
the chain termination method, emerges the necessity of thousands of experiments that have
to be done.

Different methods of sequencing such as the Shotgun Sequencing Method inspired
scientists to proceed in surveying larger sequences such as the one that is utilized in the
Human Genome Project. Modern methods like the Next Generation Sequencing platforms
contributed to the genetic identification of different viruses and pathogenic conditions such as
cancer, diabetes and many genetic diseases and syndromes. They also contributed in
Pharmacogenetics sciences and clinical implementations of their findings, which is going to
lead to a carefully designed therapeutic plan.

Laboratory studies evolve until today with a higher purpose of analyzing the sequencing
of genomes from viruses and living organisms with more precise, in order for the enhanced

methods to be utilized in fields of Medicine.

Key words: DNA, Sequencing analysis of the genetic material, Methods of Sequencing,

Clinical Implementations, Therapeutic plan.
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