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ANA®G1 AoyokAom)g

Anlove pntd 0tL, sOpemva pe To apbpo 8 Tov N.1599/1986, | mapovcoa epyacio amotelel
OTOKAEIGTIKA TTPOTOV TPOCMTIKNG OV £pYACiaG, O0eV TPOooPAAiel KAOE LOPPNG STKALDLOTOL
SLOVONTIKNG 1010KTNO10G, TPOCOTIKOTNTOS KOl TPOCSHOTIKADOV dES0UEVOV TPITMV, OEV TEPLE-
YEL £PYO/EICPOPES TPIT®V Y10, To. OTolo amorteitan GOED TMV dNUOVPYDV/SIKALOVY®OV KOt
dev etvat TPOTOV HEPIKNG 1 OAKNG AVTILYPAPNG, O TYEG O TOL YPNCLLOTOMONKAY TEPLO-
piCovtar o11g PPAMOYPAPIKES avapopES Kot LOVOV Kot TANPOHV TOVG KOVOVEG TNG EMIGTY-

LLOVIKTG TtapdOeonc.

Arovvtpida Mopoluk






Evyoprotieg
H oloxMpwon avtg g SmAmouatikng vAomomdnke pe v vroot)pién evoc aptipov
avOpoOT®V 6ToVg omoiovg Ba BeLa va ekPPAc® T BEpUOTEPES EVYAPIOTIES LLOV.

Evyopiotod wbioatépwg tov kabnynt pov tov Ap. Kapkaiovoo ITétpo, enikovpo
kaOnynt Kiwvikng Xnueiog kot Mebddwv EAéyyov TTowdtntag tov [avemotipiov Avti-
KNG ATTIKNG, 0 0TTO10C UE EUTIOTEVTNKE, AVOOETOVTAC LOL TNV TOPOVGO OITAMUATIKY EP-
yooio kol pe kafodnynoe kb’ OAn 1N ddpkela TG cvyypaens . Emiong, éva Bepuo
evyoploTd otov Avarninpot) Kadnyntr tov Aebvoig Kpatucod Iavemotnpiov Owkoro-
viag ot Agvkopwacia, emotnuovikd cuvepydtn oto [Havemomuo [Nevetikng ko Kvtro-
poroyiag g EBvikng Akaonpiog Emotnuav ot Agvkopwoiag, Marozik Pavel, oty E-
motnpovikn Xvvepydtda E6vikng Emtponrg BionOwkrg, Bactikn Moiidxkn ywo tnv mo-
AT Ponbeta Tovg TNV £DPESN GYETIKOV TANPOPOPLOV Kot TNV Kabodnynor| tovg ko’
OAN TNV TEPT0S0 TPOETOUAGIOG TNG SMTAMUATIKNG OV EPYOTIOG.

Téhog, Ba NOela vo ELYOPIGTNCW TNV OIKOYEVELL LoV Yia T1 oTNPEY, T CLUTO-
PAGTOCN KoL TNV TPOGPOPA TNG, Oyt LOVO KOTA TO OAGTNLLA TPOYLOTOTOINONG TG TALPOV-

oog epyaciag, aAAd oe kdBe véa pov mpoomadeia.






Iepiinyn

H wrpkn teyvoroyio avartiooetor kabnuepvd ko mapdiinio pe T1g eEeAiEelc o OAOLG
TOVC EMOTNUOVIKOVG KO TEYVOAOYIKOVS KAAOOVC. £2C €K TOVTOV, TPOGPEPEL LOPKMG VE
epyoreln Kot EQAPUOYES OTNV KAWVIKT KoL EPYAGTIPLOKT WTPIKN TPAEN TPOG OPEAOG TOV
a60evoUg TPOTIGTMOC Kot TPOG H1EVKOAVVOT| TOL WTpKoy £pyov. H amokpurtoypdenon g
TPOTOPYIKNG aAAnAovyiog Tov DNA kot 1 tavtomoinomn yiMadwv yovidiwv pe akdAovon
KATOVON O™ TG OOUIKNG KO AEITOVPYIKNG OPYEVAOCTC TOV 0vOpOTIVOL YOVIOIOUATOG EXOVV
avoi&el OpOLOLG Y10 VEEG EVKOLPIEG TNV OvOKAALYT ouTloloYiog EPPAviong Kot g mado-
YEVEGNG TV LOVOYOVISIOK®MV KOl TOAVTOPAYOVTIKOV acbeveidv. Me ) Bedtioon tov po-
PLOKAV YEVETIKOV HEBOO®V 1M 10TPIKT TEIVEL VAL YiveETa OAO KoLl TEPIGCOTEPO «YOVIOI®LLO-
TIKN». 'Evag and 100G mo onUavTikoug Topels TG 60yYpovng LOPLKNG LTPIKNG ivar 1
TPOYVMOOTIKT 10TPIKT) TOV AGYOAEITOL LE TOV TPOGOLOPICUO KOt TNV AVAAVOT TV Tapoyo-
VIOV YEVETIKOL KIVOUVOL, 01 0TO{01 TPOSLOOETOVY BTNV OVATTLEN TV O KOW®V TOALTTO-
payovtikav acheveidv (MFD), dniaon to 90% g avBpdmivng ntaboroyioc. Ta kabnio-
VIO, TNG TPOYVMOGTIKNG WOTPIKNG TEPIAAUPAVOLY TNV AVAYVOPLoT] TOV «YOVIOLUKOV Ot
KTO®VY, 101KOV Yo ke MFD, 11 pedétec v dtaryovidlok®v 0AANAETIOPAGEDV KOl TOV
oAANAETIOpAGE®Y YOVISIOV-TTEPIPAALOVTOG Kot TNV avAmTLEN EVOC GLVOAOV TPOANTTIKAOV
Kot OEpUmEVTIKOV HETPOV, ATOUIK®V Yo KEOe acBevr). Ot mapoandve Tpoceyyicels pe
OEPA TOVS ATOTEAOVV GTPATNYIKY BACT Yo TNV ToEMS AvanTLGGOUEVT KotevBuvor, e€a-
topukevpévn atpikn M mAéov «latpikn Akpipetacy. Xe avt v katevBouvon de&dyovtan
EKOTOVTAOES YIMAdES LEAETES TTOV OyeTiloVTOL LE TNV TAELOYNPlo OAWV TV YVOGTOV V-

Opdmivov acevelmv.

2V mapoHoo EPYACIa AVOPEPETOL Lo GLVOTTIKN PBBAOYPAPIKY aVOCKOTNOT OPICUEVEOV
KOLVOTOU®V 10TPOTEYVOAOYIKDV EMTEVYUATOV TPOYVMOOTIKNG WOLTPIKTC, TO OTOT0 EMEPEPAY

N 0o emeEpovy peYdAeS aAAOYEG GTNV 1ATPIKY| ETICTHUN.

Vi



vii



Abstract

Medical technology is being developed on a daily basis and in parallel with developments
in all scientific and technological disciplines. Therefore, it continuously offers new tools
and applications in clinical and laboratory medical practice for the benefit of the patient
primarily and to facilitate medical work. Deciphering the primary DNA sequence and iden-
tifying thousands of genes with a subsequent understanding of the structural and functional
organization of the human genome have opened up new opportunities for discovering the
etiology and pathogenesis of monogenic and multifactorial diseases. By improving molec-
ular genetic methods, medicine tends to become more and more "genomic”. One of the
most important areas of modern molecular medicine is predictive medicine that deals with
the identification and analysis of genetic risk factors that predispose to the development of
the most common multifactorial diseases (MFD), that is 90% of human pathology. The
tasks of predictive medicine include the identification of "gene networks" specific for each
MFD, studies of transgenic interactions and gene-environment interactions, and the devel-
opment of a set of preventive and therapeutic measures, individual for each patient. The
above approaches are, in turn, a strategic basis for the rapidly growing direction, personal-
ized medicine or «Precision medicine». In this direction, hundreds of thousands of studies
are conducted that relate to the majority of all known human diseases.

In this work, a brief bibliographic review of some innovative medical advances in predic-
tive medicine, which has brought about or will bring about major changes in medical sci-

ence, are presented.
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YOVTONOYPOPIES

ACE Angiotensin-Converting Enzyme

‘Eviupo petatpong g ayyeloteveivng

APEX (arrayed primer extension)

[Tpootebeicn emékTaon TOV EKKIVITH

ASO - Allele-Specific Oligonucleotide

AMNMA0EIOIKOC OAMYOVOVKAEOTIONKOG LPPL-
o poG

ARMS Amplification Refractory Muta-
tion System

XHotnua aviyvevong HeToAAAEE®mV avOe-
KTIKOV GTNV £Vioyvon

DHPLC Denaturation High Performance
Liquid Chromatography

ATo10TAKTIKN VYPN XPOUATOYPAPia V-
YNANG amddoong

DGGE Denaturating Gradient Gel Elec-
trophoresis

Hl\ektpopdpnon o mKTOUO LE 0modio-
TOKTIKY fobpiomon

GWAS - Genome Wide Association Stud-
ies

Melétn cuoYETIONG OAOKANPOL TOL YOVI-
OLOUOTOG

RR (Relative Risk)

2YETIKOG KIvOuvog

CMC Chemical Mismatch Cleavage)

Mé£B0d0¢ yMKnNS 0146TaoNG TV U GL-
UTANPOUOTIKAV BEcEDV

HA - Heteroduplex Analysis

Mé£Bodoc avaivong eTepOITAMY

MPS (Massive Parallel Sequencing)

nalikn TopdAANAN aAAnAovyion

NGS (Next Generation Sequencing)

AMAovyon Eropevng I'evidg

OLA oligonucleotide ligation assay

[1p6cdeom cLVOETIKOV OALYOVOUKAEOTION-
KOV OVIXVELTAOV

WGS (Whole Genome Sequencing)

PTT (Protein Truncated Test)

M£0080g avaAVONG «EANTTOHOTIKNAG
TPOTEIVNG

PCR DS (Direct Sequencing)

PCR dueong aAiniovyiong

PCR

AAG1O®TN avTidpaon TOAVUEPAGNS

SSCP Single Strand Conformation Poly-
morphism)

Mé£60d0¢ d1apdpeOGNG TOAL LOPPIC OV
novng éakag DNA

SBE (single base primer extension)

Mé£Bodog eméktaomg Tov ekkKivnTi Yo pio
Baon

SPR (Resonance Plasmon Surface)

Mé£6060¢ GUVTOVIGHOD EMUPAVELOKDY TAO-
ouoviov

DNA (Deoxyribonucleic acid)

Ago&vp1BovoukAeikd 0&D

dNTPs

Deoxynucleotide triphosphates

cDNA (complementary DNA) Zouminpouatiké DNA
mtDNA (Mitochondrial DNA) Mitoyovdprokd DNA
RNA (Ribonucleic acid) PiBovovuiheikd o&h
MRNA (Messenger RNA) Ayyehoapopo RNA

rRNA (Ribosomal RNA)

Piocouiké RNA

snRNA (small nuclear ribonucleic acid)

Mikp6 mopnviko RNA

mMIRNA (microRNA))

Mtkp6 un koduomomtikd RNA

dsRNA(Double-strand RNA)

Aikhovo RNA

SiRNA (Small interfering RNA)

Mikpd mapepfaridpevo RNA
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SNP (Single Nucleotide Polymorphism)

Y mokatdotaon evog VOUKAEOTIO0V

tagSNPs

SNPs onuovong

STR (Short Tandem Repeats)

Bpoyeic ev oepd emavainyelg

CNV (Copy Number Variation)

[ToAvpopeiopog aptfuod avtypaewv

VNTR (Variable Number Tandem Re-
peats)

[ToAvpopeiopdg Totkidov aptBpov gv
GEPA ETAVAANYEDV

HLA (Human leukocyte antigen)

Boowo avitydvo Tov GuGTHUATOS 16TO-
ovuPatotnTag

MFD [ToAvmapayovtikég acOéveleg

b.p Zebyn Bacewmv

EBI Evponaikd Ivetitovto BliomAnpogopikig
NCBI Efvikd Kévtpo Brloteyvoloywkng minpo-

Qopiag

NIH (National Institutes of Health)

EOvikn 2xoAn Yyelag

NIHGR

National Institute of Human Genome Re-
search

OMIM (Online Mendelian Inheritance in
Man)
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SZO RAMS (Russian Academy of Medi-
cal Sciences)

Ivotitovto Matevtikng ko I'vvatkoroyiog
Pwcumg Akadnuiog latpikdv Emomuov

GMRH (Genetic Map of Reproductive
Health)

["evetikdg xapTNg TG OVATOPAYWYIKNG V-
yelog

HapMap Project - Haploid Map
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[leprektikdTTO GE YOoLAViVI-KVTOGIVN
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Ewayoyn
H évvola g e£0TOKELLEVNC LOTPIKNC, TOPOTL EXEL ATOKTNGEL £00POG GTNV EMGTIUOVIKY|
Koot KLpiwg T TEAELTALN YPOVIA [E TIG paydaieg TexvoroYIkEG e€eAlels, elval o
£VVOL0 TOV YPOVOAOYEITOL EKATOVTAOEG 1) KOt YIALAOEG YpOVia TPV, ZvyKekpiéva o Inmo-
KPATNG, TOTEPOS TNG LOTPIKNG, OVOPEPONKE GTNV «ATOUIKOTNTOY TNG acbévelag AdyovTag:
«Eitvar moAd mo onpoavtikd vo yvopilovpe 10 dtopo to 0omoio macyel and po acHivela,
napd v acéveln amd v onoio TAGYKEL EVOL ATOLOY.
Y10 mAaicto vOg EVPVTEPOL OPLGHOD OUMG, O KAADOG TNG EENTOUIKEVIEVIC OTPIKNG TTEPL-
AopPaver TV EQOPROYR TOV GLVOAOL TNG LUTPIKNG TPAENS amd TNV TPOANYN £¢ TNV Og-
paneia £xovtag ¢ KEVTPO Tov Kabe acevi| yoploTd.
210 19° audva, axkdpa Kot ot «kAactkoi» wrpol emotnpoves g Poociog £dvav peydin
onuocio otn TpdAnyn: o Matvei Mudrov Oswpovce 0tL «to uéAov avijker oty mpolnmriky
tozpikn» [1], o Nikolay Pirogov vrootipile 011 «i vooog eivar evkoAdtepo va amopevy et
mopa vo. Oeparevfei» [2]. Qo1060, AMOY® EMAEIYNG TNG YVAOONS TOL HOPLOKOD YOPOKTIPOL
™G avOpAOTIVNG KANPOVOLKOTNTAG, 1] ETLTUYIO TNG TPOANYNG TV CLYVAOV TOAVTAPYO-
VIIKOV 060everdv (MFD) ov tpokaiovvtal amd 0 dpaon TV apvnTIKOV TepBoiio-
VIIKOV TOPoyOvVIOV 6TO TAAIGI0 €vOG KANpovouikd eacBevnuévou yovotvmov [3] ftav
OLYVA EUTELPIKN, YOPIS avopd emotnuovikn Bacn. H anokwdikomroinon tov avOpmmi-
VoL YovId1ONaToG, 1 omoia EAafe xdpa tov Anpido tov 2003 w¢ amoTEAEGO TG EMLTL-
¥0VG ohokAnpwong tov Aebvoug Emotnuovikov I[lpoypdupatog «AvBpaomivo [Novidi-
OO, CNUOTOOOTNOE TNV apyN WOG VENS ETOYNG - EMOYNG TG eEaTopikevpévng (nopra-
KNG) WTPIKNGS KOl TNG TPOYVOOTIKIGS LOTPIKIS TOV givan I Ouyatpikn katevOuvon g
TPOANTTIKNG.

H o0yypovn mpoyvmotikn watpikn| Eekivnoe va epappudletot Tpoypatikd pdévo 1o
1980. H gpodvion g cvvoéetar pe 1o d6vopa tov I'dAlov emotiuova, Jean Dausset, mov
éhaPe to PpaPeiov Noumed yuo tnv avaxdivyn tov koplwv 1onov HLA (aviiyova 1oto-
cupupatomrog tov avBpdmov). O Jean Dausset fitav nemelcpévog 0t «yra vo aropevy el
o aoBéveia, TPETEL TPWTO, VA TPOYVWOTED, GUVETMG KOl TPOTEIVE TOV OPO «TTPOYVM-
ot wrpikn [4]. H avdivon tov aviiydvav, Kot 6T GOVEXELL TOV YOVISI®V 10TOGU-

Batdtrag, 0ev ENETPEYE LOVO VO TPOAYLOTOTOMOEL 1) ETOPKNG EMAOYT TOV 1GTMOV OO TOV
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d0TN Kal 0EKTT, 0AAA emiong o€ KAmolo Babud, va vrodnAmbel n Tpodidbeon evog aTdHoL
o€ oplopéveg achéveleg. O mpoyvmotikog porog twv teot HLA ftav apketd pikpdc. Ta
GYLPOTEPQ EMYEIPNLOTO VIEP TNG TPOYVMOCTIKNG LATPIKNG EUPAVIGTNKOV GTY| SladtKacio
ATTOKMOIKOTOINGNG TOV avOpOTIVOU YoVISIOUATOG. Ol 10TPIKES TPOOTTIKES TNG «TTPOYVM-
OTIKNG YEVETIKNG doKlpaoiacy (predictive genetic testing) £yovv enavelAnuUEVO TOVIOTEL
ano6 tov Francis Collins, dievfuvtr tov NIH (National Institutes of Health) kou 16pvti tov
deBvoig Tpoypappatog «Avhpdmivo I'ovidiopa», 0 0molog EInE : «...T0 1aTPIKO KOIVO OVTI-
uetmiCer o oelo EAeryn oty avartoln TV TOPwV Kol TV UEBOOWYV THS TPOYVWTTIKNG
10TPIKNG ... ». ZINV pOGIKY PPAoypaeic, 0 OpPOG «TPOYVOGTIKI WLTPIK» £XEL YPTOLULO-
nom0Bet omd ta péca g dekaetiog tov 1990 [5, 6]. Ot kupldtepes SroTAEELS TG daTLTTO-
Onkav, cuvoyiotTnkay Kot dnuoctebnkav otn povoypapio «The human genome and the
genes of predisposition”: introduction to Predictive Mediciney, mov dnpociebonke to 2000

[7]. H oVyypovn mpoyvmoTiKn 10Tpikn eMADEL Ta TPOoPA LT d1dyvmons, TPpOANYNG Kot

Bepaneiag oto eminedo TV voukAgivikov o&Emv (DNA, RNA) kot tov mtpoidviov tovg
(mporteiveg, éviopa). Ta khplo S1oKPITIKE YOPaKTNPIOTIKE TNG EIVOL O LOVOOIKOG YOPOKTY|-
POG KOl O TPOANTTIKOG TPOGOUVOTOAICHOG. H mpoyvmotikn wtpikn dev pmopet va pun ivar
eCatopkevpévn, aeod 1o yovidiopa kaOe atopov ivar povadikd. Ta oyetikd dedopéva
Y0l TOL LELLOVMUEVO YOPOKTNPIOTIKE TOV YOVISIOUOTOS UITOpoLV v ANeHovV G& 0TO1001-
TOTE GTASL0 AVATTLENG TOL OPYOUVIGHOV, TTOAD TPLY amd TNV EKONA®ON NG VOGoL. Avtd
avoiyet evpeleg EVKAPIES Y10 TNV TPOCLUTTOUATIKY] SLAYVMOOT] HOG KA POVOULKNG TPOO1EL-
Beong piag acBévelog kot v Tpdmpn TPOANYN TG,

H e€atopcevpévn 1atpikn avamtHoeETOL TUPAAANAD LE TNV OTOKMITKOTOINGT
o0V avBpdTIvoL Yovidtdpatog. Méypt tov Ampidio tov 2003, 6tav avaxovmdnke emionua
N emruyng oAokANpwon tov Aebvoug Ipoypappotog AvBpomivov INovididpartog, elyav
evtomotel oxeddV Ol To Yovidia, ot LETOAAAEELS TV 0moimV 00N yohV GE HOVOYOVIOLUKE
VOGN LLOTO, £XOVV YOPUKTNPIOTEL TO PACUATO TOV HETOAAAEE®V, evToTioTnKay ot petloveg
HETOAAAEELG TV avTioTOlY®V YoVidimv, avartoydnkay ot BéAtioteg uéBodot kat ot akyd-
pOpot Tng poplokng dudyvaoong [8].

[d1aitepa evivmwotokég eivor ol TpOGPaTeg eEEMEEIC GTNV YEVETIKN TTOL APOPOLV
TIG LEAETEC TOV TOAVTAPAYOVTIKAV YEVETIKAV voonudtov (MFD) kot cuykekpiuéva ot

UEAETEC TNG PVOTG KOL TOV PALVOTVTIK®V EKONADMGEMY TOV YEVETIKOD TOAVHOPPIGHOD MG
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HELOVOUEVE, YOPOKTNPIOTIKA TG OOUNG TOL YOVISOUATOS KABe atdpov. Eivar yvootd 01t
N GAANAOVYIOT TOV YOVIOLOUATOV OO EKTPOCMOITOVS OLUPOPETIKAOV PLADV Kol EBVIK®OV
OLLAd®V ATOKAAVYE L0 EKTANKTIKY OHOOTNTO TNG ap KNG dopng Tov DNA tovg. Ta yo-
VIOLOMOTO OA®V TOV avOpOToV amodelydnkav oyxedov 99,9% tavtdonua ot cvvieon TV
vovkAeotdiwv tovg! H petafoin tov apfpuod kot T Katavoung TV exavaiapupavope-
vov oAniovyidv tov DNA 6to xpoUocOUIOTE KOl KUPIHOG TOV VTOKATUCTAGEMY EVOG
vovkAgoTidiov (SNPs) mov eppaviovior mepinov ota 290 bp ({edvyn Paoewv), anotelodv
™ Bdon ™ mowriopopeiac. O apBpdc tov \on avayvopiopévav SNPS avdvetat dap-
KOG and 4 exoatoppvpro 1o 2003 o oyeddv 9 exatoppdpla to 2007. Ot TOAVHOPPIKES
B¢oelc, edwcd ta SNPs, evromioviot cuyvd 6e oNUAGIOAOYIKA TUApOTO YOVIdimV (e€6via)
oV OAAGLOVV TOV YEVETIKO KMOIIKO, 0ONYDOVTAG GTNV OVIIKATACTOCT TWV OVTICTOL(®OV O
pvoééwv ota mentiow. To amoTteAEGHATA QVTOD TOV YEVETIKOV TOAVUOPPIGHOD €ival 1
Topay®yn TPOTEVOV (evOOU®V) pe dlapopeTik) Asttovpyikdtra. EEepeuvdvtog t po-
PLOKT OOUT TV TOAVLOPOIK®V TOTT®V, cvureptlapfavopévav twv SNPs, Aaufdvovrtal ot
OYETIKEG TANPOPOPIES Y10 TO LOVOOIKA LOPLOKE YapakTnploTikd KaOe atopov. O yeveti-
KOG molvpop@ropdg givar n faon g atopkng petafintotnrog, g Proynuiknig po-
VaOIKOTNTOS KAOE aTOpOV KOOAOGS Kol | 1TIO TOV HEPOVOUEVAOV HLAPOPAV GTT| TPO-
0130gomn TOV Y10 TOAVTTOPAYOVTIKES 0GOEVELEC.

‘Eva Ao otoryeio g cLYYpovIG TPOYVOGTIKNG 1TPIKNG Eivan 1| PromAnpo@o-
PIK1], 1] OTTOL0 KOTEGTNGE OLVOTY] TNV OVAYVAOPLIOT] TOV YOVIOLUK®V JIKTO®OV TOL GUGLOA0-
yikov Kot waforoyucol petafoiicpov. ‘Eva yovidrako diktvo givar pio opdoo coviovi-
OUEVA EKQPALOPEVOV YOVIOIMV KUl TOV TPOIOVIMV TOVS TOV EAEYYOVV TIS OPIGUEVES
Agrtovpyies TOV CONOTOS KAOMG Kol T dradikacio popeoyéveong [9]. Znuaviikd poro
otV TPd0d0 TG EEATOUIKEVUEVIG LUTPIKNG OLUOPAUATIGE 1) EVOOUATOGCT TOV YOVISIOUKOV
SIKTV®V, 1] PLGLOAOYIL TG LOPPOYEVESNC, Ol TOAAUTAEG Hoppég MFD, o mpocdiopiopdg
TOV YOVISI®V OV amoTEAOVV QW TA T STKTLO KO 1] 0VAAVGT) TOV TOAVHOPPIGLOV TOVG. ATTO
T TV droyn N Wéa ¢ EVTOTIONG TOV YOVIdioV TpodtdBeong anodeiydnke wiaitepa
yovuun. H avémtoén g onolacdnmote maboroyikng depyaciog Twv TOAVTOPUYOVIIKMY
YEVETIKOV voonudtov dev kabopiletatl amd oAOKANPO TO Yovidiopa, 1 aKOun Kot amd OAa

10 YoVidla evOg EexmPLoTOD YOVISIOKOV SIKTVOV, OAAG LOVO aTd Ta Yovidla Tpodrdfeonc.
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O aAMAAOpPopPES TOPUILAYES AVTOV TOV YOVIOT®V gival apkeTd ovpPatéic pe
TNV HETAYEVVNTIKI] OVATTTUEN, 0ALG VIO OPIGUEVES OVOUEVEIS CVVONKES pHTopovV va
ovpufailovy oty avartoln piog cvykekpipévig acBéverag. O avaADGELS TOL TOAL-
LOPPIoHOD (AAANAOHOPPES TapaALYEG) OTa YoVidla Tpodidbeong eival 1 LeBodoAOYIKN
Baon g e&atopkevpuévng atpikng. Ta tumikd yoviola Tpodidbeong etvar ta yovidia oro-
toéivoonc, mENG aipatog, evoodniakng Asttovpyiag, petafoAlocpnod AMmdiov, avosiog,
00TEOYEVEDNC, KAT.

Aoppdvovtag vwoyn tov TaxEmg av&avopevo apliud towv Non ovayvopIsHEVEOY
YOVIOLOK®V OEKTMOV TToLv oyeTilovTat te TiS O1popes achéveles, OTMG emiong KoL TNV Le-
YOAN KAMUHOKO SOKIUMV GTNV 0vOPAOTLVY YEVETIKY Kol GTN) LOPLOKTY| 1ATPIKT), Waitepn on-
pocio £xel n ovATTLEN Kot EIG0YMYN VEOV, aKPP®OV Kot EE0PETIKE ATOTEAEGUATIKMOV [LE-
000V Y10 TNV OVOYVAPLOT) TOV YOVISIOK®MV OEIKTMV KoL TV 0VIAVGT] TOV TOAVLOPPIGUOD
TOVG.

O mAéov YvwoTtol Yovidlokol JelKTEG Kot 01 AEITOVPYIKA OTUOVTIKES OAANAOLOP-
QEC TOPOUAAAYEG TOVS TTOV TTOPEXOVV TIG HETAROMKES dlepyacieg Tov copatog (amotoli-
voon Tov EevoPloTik®mv, HeTdfoMopog Mmdiov, evepyelakos HeTaoMopnds, avosoand-
KPLoN, PAEYLOVAOIELG OVTIOPAGELS KAT.) TAEIVOLOVVTOL GE OUAOES YOVIOIK®Y OIKTOMV Y10
ddpopa morvmapayovtikd voonpoate (MFD).

H Aoy cuvémeio tg HEAETNG T®V YOVIOLOK®OV OEIKTOV ivan 1 dnpuovpyia pe-
povouévev Bacewv dedopévov DNA (Biprodnkec). Oco mepiocdTEPO avaldovTal To oA~
InAdpopea Tomv yovidimv tpodidleons, T000 avEdvetal Kot 1) TANPOPOPIKN a&io TV To-
pomdve BipAodnkov.

Yuvoyilovtog To CNUOVTIKOTEPO EMTEVYLOTO TNG EEATOUIKEVUEVIC LOTPIKNG TMV
TEAELTAIOV ETAOV, ONUEIDOVETAL OTL 1] KotevBvvon avtn Ppioketon akOUn 6TO GTASI0 TNG
EVEPYOVG GLOGCAOPEVOTG TANPOPOPLOY. H ¥pnoudTTo TV TPO-GUURTOUOTIKOV YEVETL-
KOV ovorlvoemv eEakorovbel va mepiuévetl tnv kKAvikn emPefainon tov pokpornpodecumy
amoteAecUATOV. MEYpL TP OAEC O1 LEAETEG GTI GLVTPUTTIKN TOLG TAELOYNPia TEPLOPT-
Covtal 611 cOYKPIoT TOV OAANMK®OV GUYVOTHTOV T®V YOVIdiwV mpodtdbeonc oe acheveig
Kot o€ VYLElg 00TeG. O1 duoKOALEG 6TV AELOAGYNON TV ATOTEAECUATMV KOt 1O10TEPA GTNV
KAMVIKY| TOVg eppnveia, dnpovpyovvtal amd:

v\ un avTimpooorenTikd detypato achevav,
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v\ un enopKOG EMAEYUEVES TEPIMTMGELS Y10 EAEYYO,
v évtoveg TANOVGUIOKES S10pOPEC GTIC GLYVATNTES TOV OANAOLOPP®Y TOALLOPPL-
KOV SEIKTAOV TOV peAeTHONKAY,
v EAAeyn TG YEVIKEDUEVNG LETA-AVAALOTC Y10 TN LEYOAT TAEIOYNQia TV YOVISiDV
oL PEAETHONKOV.
AVGTUYMG, 01 TPOOTTIKES LEAETEC LEYAANG KAILOKAG TTOV OITOOEIKVOOLV TNV TTPOL-
KTIKYT] OTUOGI0 TOV TPOYVOOTIKMY YEVETIKMOV SOKIUAOV dev glvar akoun dwbéoyueg. Tlap'
OAOL OVTA, M EUTELPIN ATOKTATAL YPTYOPX KOl EUTVEEL EUMIGTOGHVN 6TV 0pBOTNTA QLTI
g mpocéyyonc. H tayeia mpdodog oe avtdv tov topéa avapuéveror omd T gupeia 160~
YOy ™G TEXVOLOYiag EAEYXOL YoVIdlakdV cvoyetiopmv(GWAS), 1 onoio cuykpivet to
YOVIOLOLOTIKA TTPOPIA TV 060eVAV e VY ATopa TOVTOYPOVA OO TOAAES YIMAOEG TOAV-
HOPPIKEG TEPLOYESG Ko TovTomotel pe PefotdTnTOr TOLG KOPLOLS YOVIdLaKOVG dgiktec. Agv
vrapyel apEPorio 6Tt To HEALOV OVIKEL GTNV £E0TOUIKEVILEVT OTPIKY| TTOVL TEPLAAUPEAVEL
™V £yKaipn dlyvaon, TV TpmToyev Tpoinym kot Oepaneio TOAADY acOeveldV. Agv ap-
QoPnreiton emiong kol N ATOPAGIOTIKY GLUPOAN TNG GTNV EMIAVGT TOAADOV GNUOVTIKOV
TPOPLANUATOV TNG GVYYPOVNG WITPIKNG OTMG OTN GOPUAKEVTIKY Oepameia (papuoKoyeve-
TIKY, QOPLOKOYOVISUOUATIKY), OTN TPOANYN TOV GLYVAOV TOAVTAPOYOVTIIKOV VOOT|LATOV
(Kopd1OYEVETIKT, OYKOYOVISIMUOTIKY), OGTEOYOVISIOUATIKY KAT.), GTN YHPOVOT KOl EVEP-
ik’ pokpolwia (gerontogenomics, nutrigenomics, dermatogenomics, k.Ax.). Efvon d&a
TPOGOYNG Kal TANPOLS VITOGTPIENG 1 1€ Tov YeveTikoy pogil(Genetic Passport), n
€100Y®MYN TOL OTOTOL OMOLTEL GNUAVTIKT KOWMVIKTY Kol VoK Tpogtolpacia. Ev téhel n
emtuyio g e€atopukevpévng ttptkng eEaptdtal €€ 0OAOKANPOL OO T EIGAYOYN TOV €-
TITEVYUATOV TNG YEVETIKNG GTNV TPOAKTIKN ONUOGLOG VYELNG Kot ad TN GTEVY] GUVEPYUGIN
TOV YEVETIOTOV KOl TOV W0TPpOV GA®V gdtkot)Tov. 'Hon onuepa, eival wo gppovn ta
TPOYUATIKE TEPTYPAULATA TG LEAALOVTIKTG GVVOVAGTIKIG LUTPIKNS, ToV PacilovTal ot
YVOGT TOV OTOUIKOV aVOPAOTIVOL YOVISIDLATOG KOl GTNV KATOVONGT TOV YOPUKTNPIOTIKOV
OAANAETIOPAGEMY TOV e TOVG dLapopovg emPAaPeic Tapdyovteg, cuUTEPIAAUPOVOUEVDV
TV TEPPUALOVIIKOV. ZOUPOVO, LE OPIoUEVOVE AELOTIETOVG SVTIKOVG emtoTinoves (Leroy
Hood, HITA), n wtpikn tov 21 axdva Oa eivon wpoyvootiki) (predictive), apoinmtiki
(preventive), eEatopkevpévn (personalized) kaw coppeTokn (participatory), mv o-

nokaiovpevn «4P Medicine» [10].
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To 2016 mpotdOnke £vag AALOG OpOGC Yo TNV 1ATPIKT TOL HEAAOVTOC, N «laTpukn
akpiperogy (precision) [11] wia oMotiky Tpocéyyion, N onoio mepAapPavel Ty ava-
TTVEN TOV EEATOMKEVHEVOV JOYVOCTIKMV Kot BEpamenTIKOV epyaieinv, Paciopuéveoy ot
YOVIOI®UOTIKY, TPOTEVOUOTIKY KOl GALO «Omix», 610 TECT TPodlddeong yia achévelec,
o1 TPOANYT, OTO GLVOVACUO dldyvmong He Bepaneio kabmdG ot TapakoAoHONGCT TNC.
"Etot, pmopet va emwbet 611 1 wtpikn tov 21°° cudva mhéov etvon n watpikr] «P5S». To apib-
Ntk av&avopevo «Py» tpoceyyileton amd moAAL0HS SLoPOPETIKOVS KAAIOVS, dLOTNPDOVTOG
oto voyy kot v «Ilpostacio» (Protection), dniadn tnv eXKOAOOUEVT] AVAYKN VO TPO-
otatevfel 0 acBevig kot va amoAapPavel 106TNTA 6T dtovopur TOP®V €xovtag eAeLOePN
npocPacn og eEatopkevpuévn atpkn [12, 13].

H wtpwn «5P» dev amotedel Egxmptotd KAASO TS WTPIKNG, TPMTO At 'OA0 Eivorn
po vEa avTiAny”n 610 EXIKEVTIPO TG OOI10G VILAPYEL Uol EENTOUKEVUEVT] TPOGEYYIGT TOV
acBevr]. O otdY0g ™G glvorl 1 TPO KAWVIKY aviyvevon tev acheveldv Kot 1 avantuén Tov
TPOMTTIKAOV PETPpV. Me dAa Adyla, €4V M 1WTPIKN, LE TNV TOPASOGIOKN TG £VVOLa, O-
oYOAElTOL UE TIC EKONADGEIS TOV VOGOV (LOAVGUATIK®OV, XPOVIOV K.0.), N «9P» 1atpikn|
GTOYEVEL GTOV EVIOTMIGUO TMOV TOPAYOVTI®V KIvOOHVOL, GTOV TPOGOIOPIGHO TNG TPOoo1dbeong
10V 060evolg Ge OpIoPEVES 0G0EVEIEG KOt GTNV TPOAN YT TOVC.

To va pdabet évag dvBpmmog va (et o€ appovia pe Tao yovidio Tov gival T0 TPMOTO
0TAO10 TNG TPOKTIKNG EPOPLOYNG TNG TPOYVMOCTIKNG LATPIKNG, O KOPLOG GTPATNYIKOG GTO-
X0G NG omoiag givorl va EE0CPAAIGEL TNV OTOSOTIKOTEPT) YPNOT TNG YOVISI®LOTIKNG Y10 TV

avOpomvn vyeia.
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Kepdroro 1. AvOp@mivo yovioiopo Kot YEVETIKOS TOAVHOPPL-

ouog
O 6pog «yovidiopo» gppaviomke to 1920 kot Tpotddnke apykd amd tov I'eppavd emt-
otuova Hans Winkler yio Tov mpocdiopiopd TV amloed®v aAANAOLOPP®Y YPOUOCH-
Hatwv. ZNUepPa, 0 OPOG YPNOUYLOTOLEITAL EVPEMS KoL AVAPEPETAL GE OAOKANPO TO KANPOVO-
HIKO VAIKO €vOG KUTTAPOL, INAad| TEPIAAUPAVEL TIG KOIIKOTOMUEVESG KOl U1 KOOKOTOL-
nuéveg meproyés tov DNA. 'Etot, 1o yovidiopa gtvat pio KANpovopkn KuTtoptky] GUGKELN
OV TEPLEYEL TO GUVOAO TANPOPOPLADV, ATOPUITTOV Yol TNV OVATTLEN TOV OPYOVIGHOD,
™V OmapEN T0V 68 OPLoUEVEG TTEPIPAALOVTIKES cLVONKES, TNV €EEMEN Ko TN petddoon
OA®V TV KANPOVOLK®V 1010TNTOV GE apKeTES YeVIEC. H emotun mov pedetd tn poplokn
dopn| Kot Tig AELTovpyieg TV YoVISIOLAT®V 6Tovg {ovTavodg opyavicovs ovopdletot I'o-
VIOLOPaTIKN Kot dtapopomoteiton oG 0pog amd ) LeveTikn mov HEAETA TIG 1O10TNTES e~
HOVOUEVOV YoVIdimV 1 opddmv yovidiov. H Baon tov avBpodmivov yoviduwpatog givat to
puopro DNA, 1o mepipnuo «vnua g (omg». H dopn g durhng éMkag Tov ETGTNHOVIKA
TEKUNPLOUEVT 6T £pYo TV Ppafevbféviav pe Noumel James Watson kot Francis Crick
a6 1o 1953. H éhika amoteleiton amd 4 (evyn Pdoewv (vovkieotidwa): dvo movpiveg (a-
devivn, yovavivn) kot 0Vo mupudiveg (Bupivn, Kutocivn), dlacvVOederEVES HETAED TOVG
pe ) deo&up1POln Kot To VTOAEILUOTO TOL POGPOPIKOV 0EEOC GE LOKPA YOPOT). TO GYN-
HOTIGHO TNG OTANG EAKaG, Ot apeoTepol DNA khdvotl aAlniocvvdéovot petald twv vov-
KAeoTWOIWV pe TOVG deGLOVS VOPOYOVOV, £TGL MGTE 1 AOEVIVI] VO GUVOEETOL TTAVTOTE LLE
Bopivn Kou n yovavivn pe kvtooivny. H avaroyia tov movpvav (adevivn kot yovovivn) Kot
TOV TUPLUOVOV (Bupivn Kot kutooivn) oto poplo Tov DNA givor tavrtote 1010 ko 16o0ToL
pe 1.

e auT0 10 poTifo, aKkdUN Kot TPV TNV avakdAivyn g OumAng édkag DNA, édwoe
Vv wpocoyn tov o Auepikavog emotnuovag Erwin Chargaff (o Aeyopevog kavéovog
Chargaff). Apydtepa amodeiydnike, 6TL o€ avt TN evariayr| Tov (gvy®dv BAcEwV 6TO LOPLO
DNA otmpiletar 0 yeveTikOg KMOKOS, TPOKEWEVOD VL GYNUATIGTOVV OAES Ol TPOTEIVES
0V cOpatog amd ta 20 dpopetikd Pactkd apvoééa. O yeveTikdc KOdKaG ivol TpLdv
YPOUUATOV, ONAadN, KEOE apvosy €xel To dtkd tov Tpiol voukAeotidwa, T O1K1 TOL TPL-

aréto (KoOowkag TputAétac). To unkog tov popiov DNA cg ke avOpdmivo kKdTTOpO givon
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nepimov 1,5-1,7 pétpa. O apBpdg twv voukAEoTId1V OAGKANPOL TOV LOVASTKOD «VILOTOG
™mc¢ Cong» sivar mepinov 3,3 dioekatoppvpia (evyn Baoswv (b.p.). Zopeova pe to tedev-
taio ototyeia sivar 3,1647 x 108 (b.p.) (ITivoxog 1.1). Ta Opavcpota DNA ovtod Tov vi-
potog etvat avtd mov ovopdlovral yovidia, SnAadn ol TEPLOYES KOOKOTOIN GG TOV YO-
VIOIONATOG, 01 07T0iec KaBopilovy TN d0UN TOV TEATIOIKOV GAVGIO®V TOV GYNNOTI-
Covv 0Aeg TIg TPMTEIVES TOV cOpaToS. H Aym akpifdv dedopuévmv oyxetikd pe T ooun
TOV YOVIOIOUATOG, OSNASN TNV TPOTAPYIKY aAAnrovyia TV VOLKAEOTIOI®VY, TOV aplOpud
TOV YOVIdi®V 6TOV AvOp®TO Kol TV 0pYAvVMGN TOLG GTO YPOUOCHOUATO EIVOL TO, EPOTN-
LLOTOL TTOV £YO0VV TPOGEAKVGEL Kot GLVEXILOVY VO TPOGEAKDOVY TV TPOGOYN TOV LOPLOK®DV
Bodoyov kon dAhov emotnuoévev. 'Hon to 1986, 1o Yrnovpyeio Evépysiag tov HITA yo-
PNYNOE HEYAAO KEPAAOLO Y10 TN LEAETT) TOL AVOPAOTIVOL YOVISIOWUATOG. XTO TIUOVL AVTAG
™mg épevvag NTav o mepipnuog Propuoikdg Charles Contor. To 1990, o didonpog James
Watson £ytve DTOKIVITIG KoL TPOTAYAVOIGTNG TOV TPOYPAULATOS «AvBpdmivov ['ovidim-
patocy. O kbplog dwyelplotg TS ypnpatoddtmons ntoav o Edvikd Ivetitovta Yyeiog
tov HITA, ta omoia o 1995 ypnuatoddtnoay 1o EOvikd Ivotitovto AvOpdmivov IN'ovidim-
patog vd v 01evBvvon tov Francis Collins. Tnv idwa ypovid o Francis Collins éywve emi-
KEQUANG TOL O1eBvoC Tpoypdppatog «AvBpmmivo ovidiopor. 1o Tpdypappo cuppetei-
xov o kopueaio poplakd epyactipo tov Hvopévov Baoiieov, g I'adriag, g ['eppo-
viag, g larwviag kot g Pociog. O ano@aciotikdg poA0g 6T SLoptdpemon Kot avamTuén
VTOTPOYPAUUOTOS LE TO 1010 dvopa oty Pooio avikel otov eE0PETIKO ETIGTHLOVO OKOL-
onuaiko A. A. Mnaeo [14].

O Baocwog otdyog tov Ipoypdaupatoc AvBpomvov Novididpotog, mov datvnod-
Onke ano tov Ch. Kontor, fjtav n dnpiovpyio TOV YEVETIKOV, UGIKOV KOl GAA AV KOV
yoptav. H évvola adAniovyiag (sequence) £ytve Kotavontn ©¢ 1 0TOKOOKOTOINGN NG
aKpovg TpOToTayohs aAAnAovyiog voukAeoTidimv Tov oAdkAnpov yryavtwaiov (1,5-1,7
m) DNA popiov. I'io 10 okond avtd €xovv avamtuydei €0tkég péBodot TPocdopIGHoD
aAAniovyiog tov DNA. To npdypappa gixe apyikd oyedaotel yio 15 ypovia. To k66TOG
TOV VTOAOYIGTNKE O€ 3 dtoekaToppvupLo doAdpta, dnAadn N kabiépwon g BEong evdg
vovkAeoTdiov oty aAvcido DNA, ntoav 10te $ 1. Q61000, 01 GNUAVTIKEG TEYVIKEG KOt
LeBOSOAOYIKES PEATIOGEIS EMETPEYOAV TNV OVTOUATOTOINGT] TNG Sladkaciog Tposdlopt-

OOV AAANAOLYING, TOV TNV EKOVE OTOTEAEGLATIKOTEPT, TOYVTEPT KOl OIKOVOUIKOTEPT. €2C
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amotéleoua, 110M Tov lovvio Tov 2000, avakovmbnke n ANEN TG TPAOTNG PACNS TOV TPO-
YPOUUOTOG, ONANOT 1) dNovpyia piog «tpodyepns EKO0GNS» TOL aVOPAOTIVOL YOVISIDUO-
10¢. A&ilel va onuelmBel 0Tt To eoM O AV TOV TOV EXOKOSOUNTIKOD miTELYOTOC TG [lo-
ykooog Emotung, extdg amd pa debvi opdda mov eptrapupave mepimov 1.100 emoti-
poveg omd 160 emoTnUOVIKA KEVIPO O10POPOV YMPDOV, OVIIKOVV KOl GTNV 1O10TIKN £TApEio
Celera Genomics, n omnoia petooynuotiotke 1o 1998 oto Ivotitovto INovidiopatikdv
Meletwv (TIGR) vrtd v d1ev6vvon tov didonpov Apepikovol emiotipova Craig Venter.
H «pdyepn €kdoom» ¢ amok®mOKoroinomg Tov avOp®TIVOL YOVISIOUOTOS OMIOGIED-
Onke ota tedyn Tov Defpovapiov TV KOPLPAIWY EMGTNUOVIKOV Tteplodkmv «Naturey
(Feb. 15, 2001) xou «Science» (Feb. 16, 2001) mov o€ peydro Pabud cvumintovy, av Kot
€XOVV KATOo1Eg O10POPES. Ta AmMOTEAEGUATO TV TOPATAVE OVOPEPOUEVDV Efvor SLoBEGILN
0TO KOO GTNV 16TOGEAMOL:
www.ornl.gov/hgmis/project/journals/journals.html.

H mnpng aAAniotdyion tov avBpdmivov yovidtdHaToS 0AOKANpOONKE TOV ATtpi-
Mo Tov 2003 oty 50" enétero omd TV avakdAlvyn ™ STARc dikog amd Toug J. Watson
kot Fr. Scream. OvwAnpogopieg pe OAeg Tig peréteg oxetikd pe to [poypappa AvBpomivoo
Tovidudpatog kot T Buyatpkég tov givar evpémg dabéoiues oto Awdiktvo (ITivakag
1.1). Eivon eniong witepa Pokés yio epyacia ot 1otocerides: www.ensembl.org 1)

http://genome.ucsc.edu/cgi-bin/hgTracks, ot omoieg mnyaivovv anevbeiog oto avOp®-

Tvo yovidiopa kot Eyovv elevfepn mpdsfacn 0mov pmopel va del Kaveig 0Ko 0 Kol Ko

TOVONTA TNV VOUKAEOTIONKT AAANAOVYI0L OTTOIOONTOTE LEPOVS TOV YOVIOUDLOTOC.

1.1. Boaowa amoteréopata Tov [poypappatog AvOpdmvov I'ovidrdpatog

A&iler va onpetmBel yia po akoun eopd, 0t xépn vOg AVEL TPONYOLUEVOD OYMDVOL Y10 TNV
TPOTIOL TNG OVAKAAVYG, 1) «TTPOYELPT) EKG0GT TOL AVOPOTIVOV YOVISIOUATOG ONO-GLEL-
Onke 10 2001, 1 devtepn Ko TeAevtaia, Tov Amtpido Tov 2003. Metd, To TPOYpOppLa ETonye
va veiotatan emionuo, aAld cuveyiletal evepyd 1 TEPOUTEP® UEAETN TNG AETTNG LOPLOKTG
doung tov avOpAOTIVOL YOVISIOUATOS, TNG OAANAOVYIONG TOV YOVIOLOUATOV O0pOpmV

LoV, copmeptAapuPavouévay TV BLOAOYIKOV HOVTEA®V.
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http://genome.ucsc.edu/cgi-bin/hgTracks

IIpdcPaon o€ yevikég TANPOQopieg

http://www.ornl.gov/hgmis

EBviko Ivetitovto yio tqv Epgova AvOpdmivov
Tovididpatog

http://www.nhgri.nih.gov

EBviko Kévipo Bioteyvoroyikng mAnpopopiog
(National Center for Biotechnology Information
NCBI) (OMIM)

http://www.ncbi.nlm.nih.gov/omim

Tovidiopatikn - emtotnun yo t {on

http://doegenomestolife.org

Ipdypoppo «AvOpOTIVO YOVISTmMUO» KoL OUKO-
Aoyia

http://www.niehs.nih.gov/envgenom/home.htm

Avartopio Tov avOpOTIVOL YOVISIONATOG Ko
Kapkivog

http://www.ncbi.nlm.gov/ncicgap

SNPs ’Evwon (consortium)

http://snp.cshl.org

latpwn ko Néa ['evetikn

http://www.ornl.gov/medicine/medicine.html

Covidiopo Kol TpoyVOGTIKY 10TPIK)

http://www2.cdc.gov/nceh/genetics

Tovidiopa, lotpikn kot Kowovia (avagpopéc)

http://www.ornl.gov/hgmis/launchpad

HOwéc, vopukég ko kovovikég mtuyés tov Ipo-
yphupoatog «AvOpdOTIVO YovIdimpo

http://www.ornl.gov/hgmis/elsi/elsi.html

«[Ipdyetpn £k6oom» TOL YOVISIOUATOG

http://www.ornl.gov/hgmis/project/journals/jour-
nals.html

TIpoypappo «AvOpOTIVO YOVISTOUO Y10 EKTOL-
SELTIKOVG

http://www.ornl.gov/hgmis/education/education.html

TIpoypappo «AvOpOTIVO YoVidimua Yo Qoitn-
Tég

http://www.ornl.gov/hgmis/education/students.html

Iivakag 1.1 Kopieg d1cv0vvaeis oto A10diktvo yia to mpoypoupa «Avlpamvo I'ovidiopar

Méypr 10 2003 giye mpocolopiotel To 90% TG TPOTAPYIKNG VOUKAEOTIOWOKTG OLA-

AnAovyiog DNA 1oV g0p@UOTIKOV YPpOUOCOUATIKOV TEPLOYDV (EAAYLOTO YPONOTI-

ouévoV pe T xpootikn Giemsa 1 pe OopoypORATA). XTIG TEPLOYES AVTEG GLYKEVIP®-

vetal 1 TAEOVOTNTA TV YoVidiov. To péyefog evypoUATIKOD LEPOVG TOL YOVIOIDOUOTOS

etvon epimov 2,9 dioekatoppvpio (evyn Baoewv (b.p.). Teyvikd, to mo 6VoKo O Yo TV

aAANAovyon NTav 10 00pLEOPTIKO DNA TELOPUEPIKOV (TEPRATIKDV) KOl KEVTPOUEPIKAOV

APOUOCOUIUTIKOV TEPLOYDV, TOV EVIOVE EMKOEWMOV TEPLOYDV ECOKAEIGTIKNG (£VO0-

APONOCONOTIKNG) ETEPOYPOMRATIVIG (TEPLOYDV HE Eviovo ypopa pe Poaer Giemsa M

@BopoypOLOT), KAODS KOl TOV UIKPOV SIUCOANVOTOV OpaucudToV, 0moKOAOVDUEV®Y G

TANPOPOPLOKE «KEVE» drasTipoTe (gap). AVTA Ta TUALOTO TOV YOVISIOUOTOS (TEPImov

400 Bpavouata) dev elyav amokpurtoypagnel wéypt to 2003.
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L. T'ovidwokoi dgikTeg

Yuvolkd pnKog tov popiov DNA 15-17m
Ap1Budg vovkheotidiov: 3,1647 x 10°
-0TNV EVYPOUATIVN 2,900 x 108
-GE ETEPOYPWUOTIVY 0,3 x 10°

I1. K¥pro amoterléopato alinlovyiong

"Eyet yivet 1 adAnAovyion (kabiepdOnke 1 TPOTOYEVIG VOUKAEOTIOKN
aAlniovyio)

99% gvypopativng

Enttpentd mocootd cooiudtov 1 x10*
[Mocootd cQouAudtov aAAnAovyIoNG TOV Yporocoudtoy 1, 21,22, X 1 %108
Agv €xet yiver 1 aAlniovyion 10 %
I11. H yevuki dopn Tov DNA 10V Yyovior@uaTog

ErovaAnmtikéc akolovbieg 45 - 50%
Metaypoapév Hépog 0OAOKAN POV TOV YOVISIDUOTOG 28 - 30%
YuvoAlkd petoypdgetal 6to RNA 23 - 25%
Metappdaletal o€ mpmteiveg (tuiuo e£@viov ToV YOVISIOUOTOC) 5%

Kwdkonotei tn oOvheon OA®V TOV TPOTEIVAOV TOL CALOTOG

1,2% tov cvvorov Tov DNA

"TTpoarpeTid” DNA (LTR, SINE, LINE, Transposones) 50%
Maikpodopvpopikd DNA kot 3%
Muwidopvgopikdé DNA

1V. T'eveTik6S TOAROPPLOUOG

H tovtoonudtnto 1emv yovisiopdtev dtagopetikdv atdopmv 2003/2006 | 99,9/ 99,0%
TTowiopopeia / oA T 0,1/10%
ZUVOAKOG aplOUdC VITOKATAGTAGEMY EVOC VOLUKAEOTIOI0V (SNPS) 10 - 12 x 10°
Ap1Budc tov SNPs tov «onuacioloyikdvy tunudatov DNA 3-5x10°
ApBudc yaptoypaonuévav SNPs oto HapMap 2006 5,5 x 108

V. Ap1Bpdc yovidiov

>Hvoro 22.000
AyvooTeg HETAYPOPOUEVEG AAANAOVYIES 5.286
Avayvopiopéva yovidlo 20.000
Xoaptoypaenuéva yovidu og ypopocsodpote Omim, 17 Avyodvotov 2007 | 10.336
Tovidia povoyovidiok®mv voonudtwov 1.485
OMIM ypopocopatog 1 / dAiec nnyég 1000/3141
Xpoudoopo 21 OMIM / dAheg Tnyég 133/225
Xpoudoopa 22 OMIM / dAheg Tnyég 257/525
OMIM X ypoudcouo / Aleg mnyég 578/1098

Iivakag 1.1* Képra yapaxtypietird tov avOpomvov yovidiouatos (arotyeia yia to 2006).

O deb1epOg TEPLOPIGUOG 0QeideTOL GTO YEYOVOS OTL Méypt to 2001 €yovv 0AAN-
AovynOet povo ta yovidiopata LepKaV avlpdmmv Kot 1 akpifela tng aAAnAovyiong tov
LEULOVOUEVOV TUNUATOV ATAV KAT® omd TO «Xpuod TPOTLTO» TodTNTAG, dNANdN Eva
o@diua ové 104 b.p. Apydtepa, Exovv avarvbei tepiocdtepa omd 10 avBpodmva yovidid-
pata. Emiong, to 30% tov avBpomivov yovididpatog £xet aAiniovynOei 8-10 popég pe
axpifera 99,99% oe TANpN cVUUOPE®OT| e To «)pvcd mpdtumo». Tov Mdto tov 2007, o

TANPNG YEPTNG TOVL YOVISIOUOTOS TOV d0ONKe emionpo otov ddonuo James Watson.
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Eniong, Alyo apyotepa, Erafay Toug TANPELS XAPTES TV YOVIOLoUATOV Tovg 0 Craig Wetter
kot o John Church (BA. Kepdlowo 5).

To 2000, 600 peydieg diebveig opdoeg Egovv Tpocdlopicel TRV aAiniovyio TV
ypopocoudtov 21 kot 22 pe peyoakvtepn akpifeia, Evo cedaipo ava 106 b.p., eved to 2006
€xel OAMOKANPWOEL 1 OMOK®OTKOTOINGT TNG LOPLOKNG OOUNG TV Ypopocopdtov 1 kot X
[15, 16].

To oNUAVTIKOTEPO OMOTEAEGLO TNG ONUIOVPYING MG «TTPOYEPNG £KOOGNGCH» TOL
avOpOTIVOL YOVISIOLOTOC NTAV EVOG OAPKETA aKPIPNG TPOGOI0PIGUAS TOV GUVOAIKOV 0p1D-
pov tv yovidiov. Apyikd, vroroyiotnke og 30 - 35.000 yovido. Zpepa ektipdTot 6Tt T0
avOpomvo yovidiopa mepiéxet mepimov 22.000 yoviorwa. Ta mepiocdtepa and avtd (mepi-
nov 20.000) éyovv TavtomomBei oM kot whvew and 11.000 yovidwa £yovv yoptoypapnOel
v o€ ypopocopata. Ot KaOnUepva EVNUEPOUEVES TANPOPOPIEG CYETIKA LLE TO OPTO-
ypapnuéva avlpomve yovidio pmopovv vo Anebodv 61o Atadiktvo oty 16T0cEAd TOL
OMIM NCBI GenBank (ITivaxag 1.1). Méypt tig 16 Avyovotov 2007, otov katdAoyo mov
AVOPEPETOL GTNV TOPATAV® 10TOGEAMDM, £xovv Kotaywpn el cuvolkd 17.848 yapaxtnpt-
oTikd, 16.736 evtomopéva oe avtocopata, 993 oto ypopdsoue X Kot povo 56 6to ypm-
pocopa Y.

2oppava pe to tehevtaio ototyeia 0 TpmdTog LeVYOS AvOpOTIVOV XPOUOCOUATOV,
nepEyet 3.141 yovidia ko 950 yevdoyovidia (yovidla wov £xovv yaoel TV KavOTNTE TOLG
va ekppdloviar og amotéleopo TV petaAldEewv). Tldvo and 350 kAnpovouikés aché-
VELEG Kol TOAAG KoKoNOn veomAldopato cvuoyetilovtal pe Ta yovidla ovtd [15].

O apBudc tov yovidiov o éva peydro ypoudosopo X ektypdtor 6Tt eivan 1098,
€K TV omoiwv 99 gAéyyovv TV avamapaywyikn Asttovpyio 1 oxetiloviol pe Tov KapKivo
[16].

Eivar onpavtikd va onpeindei 01t €og 10 2001 £xovv peketnBet yia v Tapovcio
TOV YOVIOLOK®V HETOAAAEE®V oXeOOV OAN T TTO KOWVE KANPOVOUKE VooT|pata (Tepimov
320) ko 170 yovidia tov mo onaviov kKAnpovoukov aceveidv [17]. Méypt 1o 2003 pe-
AetOnkav yio petadddéels mapondveo ond 1485 avBpomivec acBéveteg [18].

A&woonpueimto givar to yeyovog 6t oto avBpadmivo yovidiopa, poll pe to cuvnoi-

opéva dopkd yoviola, avoayvopiomnkav kot dAleg 5286 petaypagousves oAAniovyieg
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DNA [19]. To &av ta Opadopata avtd givor Tpoypatikd yovidlo kot tota ival 1 Aettovp-
via TOVG, LEYPL TOPO TAPAUEVEL AYVOGTO.

Eivar @avepd 011 610 £yyvg péAdov mpoPAéneton tayeio ahEnomn g TocOTNTOGC
TANPOPOPLOV GYETIKA WE TN AENTH HOPLOKY] OOUN TOVL OvVOPOTIVOL YOVISIONOTOS. AVTO
Qoivetal Kot omd Tn HEYAAN TpO0do TV HeBddmV TPosdloptood aiiniovyiog tov DNA.
To apykd K66T0G TOL £pyoV «AVOPOTIVO YOVIdTOHO EKTIUNONKE 0TA 3 SIGEKOTOUUDPLOL
doAGpLoL e TN YPNON TNG AEYOUEVNG TTPDOTNG YEVIAG aAAnAovyoNG, TG HeBddov Sanger
[20]. Qotoo0, Yo va koddyet Tnv vymAn {ftnon yo Onvotepn adAd emiong Kot ToyOTEPN
TeYVOLOYio OAANAOVY oG, £xEl avamTuyDel pa véa texvoroyia, N AAAnAovyion Endpevng
I'eviag (NGS: Next Generation Sequencing), 1 omoio TALOV EMITPENEL TOV TPOGOLOPIGLO
TOV TANPOVG AVOPAOTIVOL YOVISIOHOTOC 6€ AYOTEPO Od pia NUEPA Kot TO KOGTOG TNG 10
dkaoiag petwbnke oto 1000 gvupd [21].

To Ipoypappo AvBpomvov ovididpotog £xet ohokAnpwbel enionuo, ®otdGO,
N HeAétn oL avBpdOTIVOL Yovididpatog cuveyiletor evepyd. [Tapdiinia, ta Bépata Aet-
TOVPYIKNG OPYAVMOONG TOL YOVISIMUOTOG KO TO, TPOPALOTO YEVETIKOD TOAVLOPPIGLOV

TaPOVGIALOVVY 110HTEPO EVOLAPEPOV.

1.2. AvOp@Omivo yovidiopo Kot GAAES KOTEVOVVOELS TS YOVIOLONOATIKNG
H Oprappevtikn olokApwon tov mpoypdupatog «Aviponmvo INovidiopo» eiye tepdotio
EMGTNUOVIKY Kot dnuoota avtamodkpiorn. Hon ota péoa g dexaetiog tov '90 eppavio-
KOV Ko ovomToyOnkov vEEG EMOTNUOVIKEG KaTtevOHvoeLs:
o vykpitikn FNovidtopotikny,
®  «AEITOVPYIKN YOVIOUDUOTIKNY,
o «Ilowilopopoio avlpdOTIVEOV YOVIOIOUATOVY,
o «Kowmvikéc, N0ikég kot Vopkég TTuyé Tov avOpmOTVOL YOVIOIDLLATOG.
Ot alAnAemidpaoelg Toug Topovctalovtol oto Zynua 1.2. [7, 23-29].
Ot véeg KaTevBOHVOELG TNG YOVIOIOUOTIKNG OLEIGOVOVY EVEPYE GE OAEG TIG CPAIPES
¢ avBpamivng Lone. 'Hom onuepa, vrdpyovv BAGEIS M®OTE Vo LTOPOVLE VO, ONAMDGOVUE
™V apyn Hog vEag 16ToPIKNG TePLddov otn {mn g avBpordttag, e emoymng tov «lla-

ykoéopov [evetiopod». Ot kopleg avtég katevdHvoels, KoBMG KOl OPIGUEVO TOAAA
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VTOGYOUEVO VEQ EPEVVNTIKA £PYa, TOL NON OEEAYOVTAL MG CLVEXELN TNG EPELVAG, YL TO

avOpomTvo yovidiopa, Ba avapepBovv oe avTr| T EVOTNTO TNG SIMAMUATIKNG EPYACIAG.

ANOEQAIKDNOIHIH TOY ANGPONINGY FONIAIDMATOE

,/ TANTONOHEH iﬁ.ﬂN TOMNIAIGM \

TENETIKH NOIKIACMOPDIA FOINONIEH-OIKONOMIKH FONIAIDMATIEH AEITOYPIEH FOMIAIQMATIEH

~. |

TEMETIKH AAKTYAQZKOMIA fmp  MOPIAKH IATPIKH

I N

MIOPIAKH AIATHOETIKH l MPOTNOITIKH IATPIKH ™= TQNIAIAKH SERANEIA
DAPMAKDTENETIKH — FENETI!A TEET foy  MPOEYMITTOMATIKH SIATNOETIEH
DARMAKCTONIAIMATIKH / 1
FONIAIA TIPOAIAGETHE FOMIAIAKA AIKTYA TOM FOMIAIA TOM MONOTONIKON
wgmmmmﬂn NOIH MifV NOEHMATIIN
BAZEIZ AEATIMEMCIN DA
NAHEYSMIAKES EONIKEE  # | ATOMIKEZ MEAETES
MEAETEE l

QIKOTENEIAKEE MEAETER
TEMETIKH TAYTOTHTA

Zynua 1.2. AvBpamivo yovidiouo kot yeveTiouos ts avlpomrotntas etov 21° aidva (cyédio véwy emi-
CTHUOVIKDY KOl EPOAPUOCUEVOY TOUEWMY TOV EYO0VY TPOKVWEL KATA TI] OlAJIKAGIA VAOTTOTGHS TOV TTPO-

ypauuazros «AvBpamivo Iovidiwuoy).

1.2.1. ZuyKpiTiKi] YOVIOL®LOTIKT)

Méypt ofjuepa, KTOC od T avOpOTLVA YOVIOLOHOTA, £XOVV aVOAVOET Kot TOL YOVIOIDOLOTOL
TOADV AAL®V 0pYaVIGUAV. O KaTdAoyog 0vTog TEPIAAUPAVEL TEPIGGOTEPQ OO YIAADES
Baktpua, Lopeg, dpocOPIAN, AGKAPIOES, WTMVIKA Yapla, eUTA (LovoTtdpda, pull), TovAe-
pucd Ko OnAaoctikd (epyaostnplokd TovTiKt, apovpaios, GKOAOG, IUTATING, LOPCITOPOPO
ondoovp). Ta KOPLoL YoPAKTNPIOTIKA TMV YOVISIOUATOV OVTOV TMV OPYOVICUOV divovTat

otV 1otooeAida Www.genome.gov/10002154. H drabecipdtnto tétotmv TANpoeopidV o-

VOIYEL TIG EVKOUPIEG Y10 GLYKPLTIKT OVOAVOT] TV YOVIOLOUATOV S10pOP®V OPYOVIGLMV, M

omoia €lvat CNUOVTIKY Y10, TV KATOVONGT TV SlEPYastdV eEEMENG, Yo TN YopToYypdenomn
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TOV YOVIOi®V, Yo Tn dnpovpyio vOg KOBOAKOD «YEVOUIKOD» GUGTAIATOS TaEIVOUNoNG
Lovtavav opyaviopmv. H yovidiokn opotdtnta tov avlpdrov kot tov dAAoV ONAacTIKOV
vrepPaivel To 90%. EmmAéov, diamotmdnke 6Tt og avOpmdmovg kot ota Drosophila, mepi-
nov 10 60% OAwV TV Yovidiwv gival opdAoya. XpNGUYOTOIHOVTOS TIG LeBAIOVE GLYKPLTL-
KNG YOVIOI®UOTIKG, £YEL TEKUNPLOBEL 1] VYNAN opoloyio TOV AVOPOTOV Kol TOV YLUT0-
tndwv (méve amd 96% opotdtrog). Katd cvvéneio, to (ntpata g avlpomivng eEélt-
Eng epunvevovtan pe véo tpomo. Emiong, £xovv Wbwitepo evdiapépov ta tpdseata dedo-
HEVOL GYETIKA LE TN CVYKPLON TOV YOVISIOUAT®V TOV avOp®TOL Kol TOV GUAOYEVETIKE ap-
xoilov popoimoeopov Oniactikod omdcovp (Opossum). [Tapd to yeyovog Ot ta puAoyeve-
Tk €101 ot ywpilovv tepiocdtepa amd 180 exatoppvpla ypdvia, n dtoeopd petald twv
YOVISIOUATMOV TOVG GE KOOIKOTOMUEVEG TEPLOYES, OV EemepVA TO 1% KO 6€ GUVTNPNTIKEC,
UM KOSKOTOMUEVES TEPLOYEG, TO 20%. Mia GUYKPLTIKTY OVAAVOT) AVTAOV TOV YOVIOI®UATOV
OOOEIKVUEL TOV GNUAVTIKO pOAO T®V Tpavemolovav (aiiniovyieg DNA mov potdlouvv pe
10 KO £YOVV TNV IKOVOTNTO VO LETAPEPOVTOL KATO LUTKOG TOL YOVISIOUATOS) OTNV ££EMEN
TV INAactikav pe mAokovvta [30]. Ot pébodot GUYKPITIKNG YOVIOIOUATIKNG £XOVV OTO-
KaAVYEL Yovidta Tov moilovv onpavtikd poAo 6T YveoTikn dpactnprotnra. Kanwg £tot
aviyvevnke éva dyvooto and mptv yovidoro MGC8902 nov exppaletan evepyd oTIC £YKe-
QOAMKEG TEPLOYES, LTEVBVVEG Y10 TN YVOOTIKT dpactnprotnta. To yovidio avtd amotereiton
amd exkotovtades aviypapa (>200) oto avOpamivo yovidioua, 37 aviiypapa o yumotln-
d€C KoL pepOVOUEVa avTiypapa o€ apovpaiovg Kot wovtikio [31].

Yrdpyet AOYog va mGTEVOVE OTL LE TNV TAPOOO TOV YPOVOL LE TN GLUPOAN TG
GLYKPITIKNG YOVISIOUATIKNG avaAvong dtapopwv (dmv Ba dnuiovpynbei Ieprodikd X0-
otua Tov F'ovidtopdtov 6Awv Tov (oviavav opyovicpov [6], kot n wéa, Kabdg kot 1
duvatotnto avt TAéov dev paivetar va givan eEompaypotikn [32]. H e&étaon tov Oepd-
TOV NG PLAOYEVEGEWMS KO TNG CLUGTNUATIKNG CUUTEPIPOPAS TOV {OVIOVMOV 0PYAVICUAV,

pe Bdon ™ dopun TV YoVISIOUAT®V TOVG, EEMEPVA TO TESTIO AVTNG TNG EPYACING.

1.2.2. Aettovpyikn Yovior®OpaTIKN
Ta kOpro kaBNKovTa TG YOVISIOUATIKNG £lval ot HeAETEG TNG OOUNG TOV YOVIOIOUATOG, 1
TAVTOMOINOT) YOVIOI®V, 01 AVOADGELS LETAAAAEEMY KOl TOAVLOPPIGUAOV Kol GAADV TTUY®V

«ovaTopiag» Tov yovidtwuotos. H Asttovpytk] YoVISIOUATIKY, 0GTOGO, EMKEVIPOVETOL
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0T UEAETT TOV AELITOVPYIKAOV TPOPANUATOV TOL YOVIOLOUOTOS. ¢ €K TOVTOV, OVTEG Elval
01 VéeC KOTEVOVVGELC YOVIOIOUATIKNG: [24]
e  Metaypa@uki) - po peydAng kAipaxog avéivon tov mRNA yio va pabovpe
ndTE, TOV Kol VIO TOLEG GLVONKES PETAYPAPOVTAL TA YOVIdLO.
o IIpoteopkn - perétn g TPOTEIVIKNG cVVOES G KO AelTovpyiag KaOMG Kot
™G TPLEOAeTATNG SOUTG.

Ooco avédvetatl o apBuds TOV YVvOSTOV YOVISimV, T000 TEPIGGOHTEPO QAIVETOL 1)
EMeyn TV SBECIUOV OEO0UEVOV Y10 TO TG AELTOVPYOVV QVTA TO YOVIOLOL Kot Ol TPm-
tetve Toug. Ao ta 20.000 avBpdmiveov yovidltopdtomv mov govv 1o evtomoTel Kot yop-
toypapnOel £mg onuepa, Yo T AELITOVPYIKN TOLG onuacio Exovv peietndel pévo ta 10 -
11 yaddeg (IMivakag 1.1%). Tt kdvovv kot woteg €ivot o1 AEITOVPYIES TOV VITOAOIT®Y YOVI-
dlwv glvar eviehdg dyvewoTo.

Orvmépyovces TPoceYYIGELS Y10 TOV EVIOTIGHUO TV VEMV YOVISiV KabdS Kot TV
AIOGOPNVIOT) TOV AELTOVPYIOV TOVG givan ot e€Ng: [33-35]

e Ot péfodot oToyevpévng HeTAAAAELIOYEVEOC TOV EUPPLIKAOV PAACTIKOV KLTTA-
POV HE GKOTO TNV OOKTNGON TV PLOAOYIKOV HOVTEA®Y KANPOVOLIK®OV 0cOe-
veluwv (movtwkoi) [35].

e H dnmovpyia tpanelomv tov cDNA Stapopov 16TMV Kot 0pyavov 6e dlopope-
TIKQ GTAO10 OVTOYEVEST|G.

e H avantuén pebodmv yua tn pekétn Asttovpyldv tov tunpdtov DNA mov dev
KOOIKOTO0VV TIG TPMTEIVEG,.

e H avantuén vémv tevoAOYIDV OV EMTPENOVY UKL GLYKPLTIKY ovAALGoN TNG
EKQPOONG TOAADV YIAMAS®V YOVISI®V.

Oewpeitar OTL KOTE TN dNUIOVPYIN EVOC TAPOLS YOVIOLAKOL OVOPAOTIVOL «TTtop-
Tp€Tovy, Ba TavtomomBovv mepimov 200 - 300 yMdoeg TpwTeives (éva yovidlo pumopet va
TapEYEL oVVOESN APKETMOV OAPOPETIKAOV TPOTEIVOV). H avaxdivyn g epedviong té-
TOU®V TPOTEIVOV GTIV OVIOYEVEGT KoL 1 SIEPEVVIOT] TOV «TPOPIL EKPPACNS) TOV YIAA-
d®V YovidimVv yio TNV TapaKoAoVONOT TOV KVTTAP®Y KOl I6TAOV VIO KOVOVIKEG Kot Tofo-
AOYIKEG GLVOTKEG, VOl 0 KEVTIPIKOC GTOYOG TNG AELTOVPYIKNG YOVIOIOUATIKNG OTNV £TL-

OTNUOVIKA VEQ, HETAYOVISLONATIKY moyn [24].
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Onog eidape otov [Tivaxa 1.1% povo to 1,2% g oAdKAnpng aAlniovyiog DNA
Kodwkomotel tn dopr OA®V TV TPpOTEIVOV T0L copatoc. Eva diio 15 - 30% ogeiletarl 610
DNA mov petaypaeetat péxpt 1o RNA. To tehevtaio pvOuiler T dpactnprotnra yovi-
olov KoL Y pOPOcONATOV, EE0cPULILEL TN O100IKAGIN TG HETAPPAONGS, ONAXOT] TN NE-
TAPOPE TOV TANPOPOPLOV 06 TO ayyeEMaPOpo RNA otnv aiiniovyio apvoii®v TV
TOAVTTENTIOIKAOV 0AVGIO®V OV cuvTifevton ota prfpocopata. Tavtoypova, Tepimov 10

50% tov DNA 100 YOVIOLOUOTOS OVTITPOCMTEVETAL ONO TIC EXAVAAAUPAVOUEVES 0NN

Aovyiec DNA S1000petikdv unkadv. Avtd eivol To AeYyOUEVO «TPOULPETIKG GTOLYEIN TOV

yovioropatocy [36]. Ta televtaia teptiapfavouvv emavalapfavopeva Bpadopato Tepo-
ypopativiig DNA, kivntd otoryeia (tpavoroldveg), mov g doun potalovv pe tov 19, pa-
yeiec pukpodopvgopikés (1 - 13 b.p.) kot o ektetapéveg pvidopveopikég (14-500 b.p.)
DNA ernavainyeic. Ot Aettovpyieg avtod ToV «TtpoarpeTikov» DNA dev glvar eviehmdg
YVOOTéG. Xta TEAN Tov 2002 Hior GLYKPLTIKY VTOAOYIGTIKY OVAAVOT) TOV avOpOTIVOV YO-
VIOLOUATOV KOl EVOG EPYAGTIPLOKOD TOVIIKOD £PEPE GTO PMOC L0 EVIVTMOGLOKT OVOK(-
Avym, 1 omoio VITOONA®VE OTL GTIG TPOUAVAPEPOUEVES ETAVAALAUPAVOUEVES AAANAOVYIES TOV
DNA kmdtkomotovvtat o1 TAnpopopieg mov eEacpaAilovy To TANPES TPOYPUULO OTOUIKNG
avantuéng. Elvar mBovo 61t moALd amd avTd To «TPOOPETIKA YOVISIOUOTIKG oTotyeion
gtvon vrevBova Yo T ovvBeon pikpov «wvpnvikov» RNA, ta Aeydpeva miRNAs 6mog
dsRNS 1 siRNA, ta omoia puOuilovv to €pyo moAr®dv yovidiov [37, 38]. O onuovtikog
pPOAOG TV TpavoToLovaV 6TV £EMEN TOL YOVISUOUATOS KO 6TV pUOLGT TNG YOVIOIOKNG
Aertovpyiog elvar 1o avtikeipevo g evepyovg épevvog [39]. Ent tov mapovrog, £xetl om-
povpyn el epmopikn Tapaymyn ToV kpodv popiov RNA, katdAAniov yio Ty oToyEL-
HEVT] «O1KOT» (AmeEVEPYOTOINoT) TNG EKPPACTC SLPOP®V OVOPOTIVOV YOVIOI®V Ko TOV
Bloloywkmv povtédmv (tovtikoi, apovpaiot). Ta eumopikd cet avtd moilovy oNUAVTIKO
POLO TOGO GTNV EMGTNUOVIKY £pEVVa, OGO KOl GTN TPOUKTIKT WTPIKY EQAPLOYT, KUPIOGS
otV oykoAoyia, kabdg kol ot Bepaneia optoUEVEOV KANPOVOUIKOY VOowv [SuperArray

Bioscience - www.superarray.com].

H dvvatdmrta g katevBovopevng pvbuong yovidlokng Aettovpyiog, ypnoiLo-
mowwvtag To pKpoH unkovg RNAS, eivat ToAD onpoavtikny oTig NUEPES HOC, EPOCOV £XEL

avamtuydel Kot ypnoiponoteiton NN 1N TEYVOAOYin TV PlOTOIT (MIKPOGVGTOL(LOV) N
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omoio emTpEnEl va eKTIUNOEL TOGOTIKA TO TPOPIA EKPPUCTC OA®V TOV YOVIdI®V TOV AEl-
TOVPYOVV GE JAPOPETIKOVS 16TOVG Kot Opyava [34].

Ot GALeG OMNUOVTIKES KOLVOTOUIEG TV TEAEVTOIWV ETMV, TOL o)eTilovTol ApEGH
LLE T AELTOVPYIKT YOVISIOUATIKY], 0POPOVV TNV AOKMOIKOTOINGT) TOV AEITOVPYIKOD (£7T1-
YEVETIKODU) KOOKO Y10 KAOE 16TO TOL AVATTUGGOUEVOL EUPPVOV KOl 0pYEVOL. XTO LOPLOKO
EMIMEDO, ALTO CNUAIVEL ] LEAETT TOV YOPAKTNPIOTIK®V TNG peBviioong/ amopedvrioong
tov DNA (adpavomoinon / evepyonoinon twv yovidiov) kot T dnpovpyio KatdAinAiwoy
«YOPTAOV EKPPAOS YOVIOTOV» Y10 S10POPETIKOVG 1GTOVG GE OLOUPOPETIKA GTAL OVATTVL-
&g tov opyaviopov. To gpguvntikd avtd £pyo, mov ypnuatodoteitor and v Evpomraikm
Kowdémroa, Bpiokerar non oe e&€MEn (EU - funded Human Epigenome Project) [40].

210V TOpEN TNG AEITOVPYIKNG YOVISIOUATIKNG, EKTOG 0md TOVG 101 YVOGTOVG Ye-
VETIKOUG KOl EMYEVETIKOVG KOOIKES, A&LooTUEI®T EIVOL 1] OVOKAAVYT] TOV OTOKAAOVLEVOD
«KOOKA 16TOVNG». O «kddkag 16TOVNS» KaBopilel TNV evepyomoinom Kot amevepyomoi-
N0N TOV HELOVOUEVOV YOVIOT®V Kot TV OAOKANp®V tOTwv tov DNA, petafdiiovtag
YNWKT doun (emo@opvAimot, akeTvAinon, peBvAiinon) tov 16Tovay, (TPOTEIVOVY Youn-
Ao¥ popraxod Bapovg mov e£acPaAilovv T GLUTOHKV®OT), T OOUKT Kol AELITOVPYIKN Kol
Tdotaon g olvcidag DNA) [41].

‘ET61, 1 amokpunToypaenon e TpOTUPYIKIG LOPLOKNS SOUNG TOV ovOpOTLYOL
YOVIOLOUOTOG EMEKTEIVE GNULOVTIKG TN KATOVONOT HOG Yol T (VGT avToD TOL KOOOAIKOV
QOPEN KANPOVOLUK®V TTANPOPOPIDV, KAOMG 001 YNCE GE VEES OVOKAAVYELS TOV UETEPAAOY

OVLGLACTIKA TNV KATOVON OGN TNG OOUKNG KOl AEITOVPYIKNG OPYEVMGT|G TOV.

1.2.3. T'eveTIKOG TOAOHOPPLOPOG

Ta yovidiopata OAowv Tov avBporov sival dtapopetikd, pe egaipeon to movopotdTumIa
didvpa (didvpa wov Tpoépyovral amd To id1o wdapro). Ot ekppaldpeves mAnbvoakes, e-
Bvicéc ko Kuplwg aTOPIKES O1POPES TOV YOVIOIDOUOTOS TOGO GTO GTHLAGLOAOYIKO TOV pé-
pos (e€®Via) 000 Kol OTIC 11 KOOWKOTOMTIKES aAAAovYieg TOV (O10YOVIOLOKA KEVA,
WTPOVIO KATT.) 0QEIAOVTAL OTIC S1APOPEG LETAALAEELS TOV 00N YOVV GE YEVETIKO TOAVLOP-
eopd (I'T). Otav pa mapoAdoyn gival TOGO GLYVI] MOTE VO TOPOTNPEITOL GE TOGOOTO

peyoAnTeEPO ToV 1% TOV YPOUOCOUATOV 6TO YEVIKO TANOBLOUO, TOTE KAAEITOL YEVETIKOG
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TOAVPOPPIONOGS. AvTiBeTa, ToL AAANAOLOPPX TTOV £XOVV GLYVOTNTO ELPAVIONG KPOTEPN
aro 1%, ovopdlovtat, Katd couPacn, oravies Topoiiayés n owavio oAANAOUOpPO.

O kVprog 6toY0¢ ToL TPOoYpappatog «Ievetikn [owhopoppia oToLg AVOPOTOVS)
etvat 1 peAétn tov yeveTik®v ToAvpopeiopadv (BA. Iivaxa 1.1%). O yevetikdg TolvpopeL-
OMOG Umopel va. eivat wOL0TIKOS, OTAV YIVOVTOL 01 VTOKOUTAGTAGELS TV VOUKAEOTIOI®MV M
MOG0TIKOG, 0TaV 610 DNA mokikel 0 apOpdg TV VOUKAEOTIOIKMOV ETOVOANYE®DY O10PO-
petkol punkove. Kat o1 d00 TOTOL TOV YEVETIKOV TOAVUOPPIGHOL evTomilovtal T0GO GTIg
ONUACIOAOYIKEG TEPLOYES (TNG KOIKOTOINGN S TPMTEIVIG) OGO KO OTIG U1 KOIKOTONTIKES
nePLoyEg g adiniovyiog DNA [42].

O mowotkoi I'I givon ot o ool Ko ot o cvuyvol ToAvpopeicpoi, Kupiog ot
VIOKOTAOTACES €vOg vovkAieoTidiov (Single nucleotide polymorphism, SNP) [43]. H
TPMTI GUYKPLTIKT] YOVIOLOUATIKY] LEAETT TV EKTPOCHTMOV OOPOPETIKOV QLADYV KoL €0VI-
KOV opdowv oM xet oci&el ) Pabid yevetikn cvyyévela OAwV TV avOpdT®mV (1) Opotd-
mra TV yovidtopdtov eivar 99,9%), kabdg Kot Tig ToADTIEG TANPOPOPIES YO TNV V-
Opomvn mpoéievon, Tig 0000 avOpoOTIVNG EATAMONG GTOV TAOVYTI Kol TOVG TPOTOVG
ebvoyéveong [44, 45, 46].

O mocotikog I'TI avtimpoconeveTal:

e a6 To pKpodopvPopké DNA (Likpodopveopor) mov givor tunpato DNA

TOL OTT010L OTTOTEAOVVTOL OO pio EMC KO HEPIKEG dekGdES eEmavaiyelg piag (o1
, TPl-, N TETPA-) VOLKAEOTIOIKNG aAAnAovyiag (povadag), 6mwg TGTG,
CAACAA ...CAAN AAATAAAT....AAT. Ta dlopopeTiKE OAANAOLOPQOL E-
VG TETOL0V TOAVHOPPIKOV YEVETIKOD TOTOL OPEIAOVTOL GTOV SLOUPOPETIKO O
PR TOV EMOVOIANYE®MV TNG VOUKAEOTIOIKNG LOVADOS KOl Y10 dVTO Ol HKPO-
d0pLEOPOL GLYVA AVOPEPOVTAL O TOAVLOPPICLOL Bpayf®V €V 6E1pa ETAVA-
Myeov (STR 1 Short Tandem Repeats). Ot pikpodopvpdpot cuvnbmg é-
YOLV TOAAATAG OAANAOHOPPA (S1apOPETIKOS aplBUOS EMOVOAYEDY) GTOV
mnBuoud, ta omoio propovv €HKoAM va TPocdoPIoTovY Pdcel Tov peyédovg
tov mpoidvtog piag PCR pe ekkivntéc exatep@Bev Tov HiKpodopuedpov. X1o
YOVISIOUO, TOV avOpOTOL VILEPYOLVY TOAAEG OEKAOES YIMADES YVWOGTOl TOAL-

LOPPIKOL LIKPOOOPLPOPOL.
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e om6 To pvidopvPopiké DNA (Lvidopv@dpot), pio Kotnyopio ToALHOPQL-
GOV, TOV 0QEIAETAL GTNV €V GEPA £vOeDT VOGS peTafaAlopevov aptBpov (ov-
VB¢ KupatveTol HETOED EKOTOVTASMY KOt YIALGO®MV) avVTIYpAp®Y U0G OAAN-
hovyiog DNA pnkovg 10 - 100 b.p. Ot moAvpopeiopoi avtoi yopaktnpilovto
Ao TV OapEN TOAAUTAD®Y AAANAOLOPP®V, T OTTOie S10PEPOLY PETAED TOVG
WG TPOG TOV PO TOV ETAVALAUPAVOUEVOV EV GEPA AVILYPAP®V TOL UIVI-
S0pPLPEOPOL KOl GLYVE AVAPEPOVTOL O TOADUOPPLGROS TOLKiIAOV aplOpov gv
oipd eravaljypeov (VNTR 1 Variable Number Tandem Repeats), dnAadn ot
emavaAnyelg tov DNA peydAov pikoug Kot pio EOTEPLKT| SO TOV HETAPAA-
AETOL 0TN GVVOEGT VOUKAEOTIOI®V.

Katd xavova, ot mocotikoi I'TI agopodv pun-Kodtkomomtikd TURLLATO TOV YOVi-
dtwpatog. Tnv povadikn e&aipeon amoteAoVV 01 TPIVOLKAEOTIOIKEG ETAVOANYELS, ) GLUYVO-
TEPT TOV OTOI®V gival 1) TPITAETA TOL K®dKOTOolEl To YAouTopvikd 00 (CAG, kitocivn-
adevivn-yovavivn). Avtég umopolv va aviyveuhBouv Kot 0TI KOOTKOTOMTIKEG AAANAOVYIES
OPICUEVAV JOPIK®V YOVIdTmV. XvyKekpiéva, Evag tétotov gidovg I'TT elvan yopakmpiott-
KOG 61N vooo enéktaong 1 voco Huntington (BAéne Kepdiaro 3). H popraxn Baon g
VOGOV £ival 1) EMEKTOCT TOV EXAVIANYEDV TNG TPLAd0S VoukAeoTiwv CAG o10 e€dvio 1
tov yovidiov IT15 o100 ypopdcopa 4pl16.52. Xe avtég TIG TEPUTTAOGELS, LETE TNV OAOKAN-
POOT OPIGUEVOL OPLOLOV AVTIYPAP®OV LLOG ETAVAANYNG TPIVOLKAEOTIOOV (TTOAVVOVKAED-
T1010v), o I'TI madel va etvor Aertovpytkd ovdETEPOS Kot EKONADVETOL OC E0IKOS TOHTTOG TMV
OTOKOAOVUEVOV «OVVOMIK®OV HETOALAEE®V». Ot TedevTaiot lvol 1O1ITEPWS YOPAKTNPL-
oTIKOL Yyl puor HEYEATN opddo VEVPOEKPVMGTIKOV voonpdtmv (yopeio tov Huntington, a-
oBévela Kennedy, votiaonapeyke@alidikn atadio KAT.). To KAVIKA YopoKTNPIOTIKA TOV
nopanave tadncemy ival: n Kabvotepnuévn ekdnimaon, 1 avénuévn coPapodtnta g vo-
00V OTIG EMOUEVEC YEVIEG, M EALEWYN TOV omoTeElecUaTIKOV uebddwv Bepameiag [35, 47,
48].

O)ot o1 4vBpmTOL TOV KATOIKOVV CT|LLEPO GTOV TAOVITI LG, OTT] TPOLYLOTIKOTNTO
etvar yevetikd adéppia. EmmAéov, axopa kot e TNy avaAvcn ToL YoVISIoKoL TPOPiA Tmv
EKTTPOCAOTMOV SLAPOP®V PLADV (AELK®V, KITPIVOV Kot LadpmVv) 1 TotkiAopopeio oev Eemé-
pace 10 0,1% kot opeiretar Kuplwg oe vmoKATAGTAGES £vOG VovKAgoTdiov, SNPS

(Single Nucleotide Polymorphisms). Tétoleg vrokatootdoels eivor molvdpOpeg Kot
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ovppaivovv kéBe 250 - 400 b.p. O suvolikdc Tovg apdpdg 6To Yovidimua vroloyiletal og
10 - 13 exat. (ITivakag 1.1a). Extipdron 6t mepinov 10 piod 6hmv tov SNPs (5 ekart.)
Bpioketal 6 KOAKOTOMTIKO (SENSE) TUM IO TOL YoVidldpatoc. Onmg amodeiydnke, avTtég
Ol VTTOKOTOGTAGELS EVOL 11OTEPO CNUOVTIKES Y10 T LOPLOKT SLAYVOGCT T®V KANPOVOLLL-
KOV voonudtov kot toilovy Tov KUplo pOAO GTOVE YEVETIKOVS TOAVUOPPICUOVS TOL OV-
Opomov [7, 35, 48, 49].

O moAvpHopPIoUOS Elval YOPAKTNPIOTIKOG GYEOV Yo OAL T avOp®OTIVO YOVidla.
Awmotodnke 6t 1 évrovn ko 1 €Bvotikn TANBvGaKT W1TEPOTNTA TOL EIVOL TO YOPOL-
KTNPLOTIKO OV EMITPENEL TNV €VPEID YPNON TOV TOAVUOPPIKDOV YOVIOIUKAOV JEIKTAOV GE
ebvotikég ko mAnBvopokés perétes [45]. O moAvpopPiopdc, mov ennpedletl T «omua-
o10M0YIKES) («SENSE») TEPLOYES TV YOVIBI®MV, 001 YEL GLYVA TNV AVTIKOTAGTOGT TOV OLL-
VOEEWDV KO OTNV EULPAVIOT] TPOTEIVAOV LE VEEG Ae1TOVPYIKEG 1010TNTEC. H avtikatdotoon 1
1M EXOVAANYN VOUKAEOTIOI®OV GTIG PLOUGTIKES (VITOKIVNTEG, TPOAYMYELS) TEPLOYES YOVIST®V
eMOPE ONUAVTIKA GTN SPACTIKOTNTA TG EKPPaoNS YOVIdimv. Ot KANpovokég TOAVLOP-
QWES aALaYEC TV YoVIdi®mV Tailovv Tov KaBoploTikd pOAO GTOV TPOGOIOPIGHO TOV YEVE-
TIKOV TPOPIA KéOE aTOLOV, OTNV EKTIUNGN TNG YEVETIKNG TPod1dheonc Tov og 01d.popa G-
V& ToAvTapayovtikd voonpato. H peiétn tov wrpikov ntoyodv tov Tl givor n evvoto-
Aoywn ko pebodoroyikn Baon tng e€atopkevpévng torpikng (PA. 1.4.).

Ot mpoopateg peréteg £xovv dgi&el OTL KUPLOPYOLY Ol LOVOVOLKAEOTIONKES LTTO-
kataotdoelg (SNPs) kot o1 pikpéc emavaloppavopeveg Lovo-, dt-, TPIVOUKAEOTIONKES EMTOL-
voqyelg (STRS), 61060, Vdpy oLV Kot AAAES TOAVHOPPIKES TAPAAAAYES OTO avVOPOTIVO
yovidiopa. To 12% 6Awv Tov avlpdmivav yovidiov Bpicketal € meptocOTEPQ Ad T SVO
AVTLYPOQOL. ZVVETMC, Ol TPAYUATIKEG YOVIOIOUOTIKEG O1POPES LETAED TMV SLOPOPETIKMV
avOpodnwv mhavov va vrepPaivovv onuavtikd to 0,1% tng Tponyoduevng vadeong [50].
Me Béiom awtd, eni Tov mapdvTog ToTEHETAL OTL 1] EYYVTNTA TV U1 GYXETILOUEVOV YOVIOI®-
pdtwv dev givar 10 99,9%, aAld 10 99%. Z10 yovidiopo pmopel va moikidel o apOudg
AVTLYPAQOV TOV LELOVOUEVOV YOVIOIOV aAAE KOl TOV OAOKAN POV YXPOUOCOUK®V TUN UG-
TV Tov peyédoug 0,65 - 1,3 peyapaccov (1 Mbp = 108 bp). To tedevtaia xpovia, pe T
BonBeta TG neBOSOL GLYKPITIKNG YOVISIOUATIKNG VPpLdomoinong tave o€ Protoin (DNA
QVIYVEVTEC, Ol OTTOI0L AVTIGTOLYOVV GE EVOL OAOKANPO avOpOTIVO YOVISImUA) £XOVV OTOKTN-

Ol dedopéva Yo TOV TOAVHOPPICUO TOV UEUOVOUEVOV YOVISIOUATOV TAVED GE HEYAAa
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Bpavopata DNA (5 - 20 Mbp). Avtdg 0 ToApopPIoprog ovopraleTot «opaiiayn aplduo
avtiypdewv» (CNV 11 Copy Number Variation) kot n coufoin Tov otn avBpomvn mo-

BoAoyia epgvuvaton exteTopéva [51].

1.3. Awebvég Ilpoypoppa Xaptoypdonong Ariotonmv (HapMap Project)
Ocov apopd ™ HeAETN TOL YEVETIKOD TOAVLOPPIoUOD 0 KABOPIoTIKOG POAOG OVIKEL GTO
Aebvéc TIpdypappa Xaptoypdonone Anrotonwv («Haploid Map» 1 HapMap) mov Eexi-
vnoe 1ov Oktoppto tov 2002 otnv Ovdotyktov, pe ) Tpotofoviia Tov Ivotitovtov Me-
Aétng AvBpomivov Tovidiopotog (HITA) kot viomomnke amd 200 gpevvntéc 6 ywpov
(HITA, Hvopévo Baociielo, Kavadd, larmwvia, Kiva, Nuyynpia), o dwebvig emotnuovikn
kowompatio (consortium). O ot6Y0g TOV TAPAUTAVED TPOYPAUUATOS HTAV 1) ATOKTNGT TOV
CYEVOLKOD YAPTN EMOUEVNC YEVIAGY, 0 0moiog Oa PacileTat GTNV KATAVOLT TV LOVOVOL-
KAEOTIOKOV VIToKaTacTAcE®V (SNPS) 6710 amAog1dég chvolo Kat Tmv 23 avOpdTIvev ypm-
HLOG®UATOV, 0 0moiog dniadn Oa meptypdpet Ta KOwd poTifo TV avOPOTIVOV YEVETIKOV
TopoAray®v [52].

H ovcia g peiétng eivar 6t ta yertovikd 1 kovtd tomoBetnuéva SNPS oto DNA
eVOG YPOUOCOUATOG OO YEVIA GE YEVIA KANpovopovvTon pe umAok (povada). Eva tétolo
umhok SNPs Aéyeton amdéTomog (o aAANAOLOPPT| GEPAE TOALDY TOT®V OV Ppickovtal
o7o 810 ypopdowua). Emmiéov, kdbe pa amd tig yoptoypaenuéveg SNPS Agttovpyel g
ave&apmtog poprakdg deiktng. I'a ) onpovpyio evdog SNPs yaptn oAdkAnpov tov yovi-
SUOUATOC, M YEVETIKT 6UVOEST TV dVO Yeltovikav SNPs e 1o eetalopevo yopaxtnpt-
oTIKO (aoBévela, copuntopa) mpénet vo givor eEapetikd agiomot. H cuvdeon avt Bon-
0det oto va evromiCovtan ot mBavoTEPES BEGEIC TOV LTOYNELOV YOVIdI®V, O1 HETOAAAEELS
(molvpopeiopol) Tov onoiwv oyetiCovtat pe pia ToAvmapoyovtikny acévea. o tnv yop-
toypaenon, cvvnbwg, emAagyovtarl Alyeg SNPs, o1 omoieg elvan otevd cuvoedepéveg pe 1o
No”M YVOoTd KANPOovoulKd yopaktnplotiko. Tétoleg, KaAd yapaktnpiopéves SNPs pe
CLYVOTNTO TOV CTAVIOV AAANAOLOPP®V TOLAdYIGTOV 5%, KadoOvior SNPS efqpavong
(tagSNPs) [53].

Extyudror, 01t telMkd Katd ™ didpkKelo Tov Tpoyplppatoc, ond tig mepimov 10
exatoppvpro SNPs wov vdpyovv oto avBpdmivo yovidiopa, Oa erkeyfovv udévo 500.000

tagSNPs. Qotoco kot avtég ot SNPS givar apketéc yio va «emoKlooted» 0AOKANPO TO
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avOpomvo yovidiopa. Ducikd, 0 oTad1KOS KOPEGUOS TOV YOVIOIDOUOTOG LE TETOLOVE LO-
PLOKOVG OETKTEG, KATAAAAOVG Y10 T1] YEVIKT OVAALGT] OAOKATPOV TOL YOVISUDUATOC, OVOi-
YEL UEYOAEG TPOOTTIKEG Y10 TN YAPTOYPAPNOT TOALDY OKOUN AyvedoT®V YoVIdimV Tov N
AAANAOLOPPEC TaPAALOYEG TOVG GLVOEOVTL LE dLapopeg coPapéc aobéveleg [53].

To mpdTO 6TAd10 TOL £pyov HapMap a&iog 138 exatoppvpiov dolapiwv oAoKAN-
pobnke tov OktdPpro tov 2005. AeEqyOn yovotumomoinomn neplocdtep®mv amd Eva. EKOL-
toppvpto SNPs (1.007.329) oe 270 eknpocmdnovg teccdpmv mAnducuav (90 Evponaiov
kot Apepikavav, 90 Niynplavov, 45 Kvélov kot 45 Totdvov). Katd v oAokAnpwon
TOV TPMOTOV oTadiov Tov TPoypaupatog HapMap dnpovpynonke vag amrlogdng yapTng
tv SNPS mov mepiéyel mAnpoopieg yio tn Katavoun kot tig cuyvotntes v SNPs det-
KTOV 6Tovug TANOvoUovG oV eiyav peletnOel [52].

Koatd tnv vAomoinom tov devtepov atadiov mpoypappotog HapMap mov olokAn-
podnke tov AeképPpro Tov 2006 £xet yiver ) yovotumonroinom tov 1d1ov deiypatog, twv 269
atopwv yio dAda 4.600.000 SNPs. Znv telikn tov €kdoon, 1 omoia Ba eivar dbéoun
070 €yYy0¢ HEAAOV, dedOUEVOL TOL ALEAVOLEVOL TOGOGTOV TNG Yaptoypdenong SNPs, Oa
vrdpyovv mAnpoeopieg yia 9.000.000 SNPs tov amdogldo0¢ GLVOLOL YPOUOCHOUATOV.
Xapn oto [podypappa HapMap, to onoio mepthapfaver Oyt povo tig SNPs twv 101 yapto-
YPAPNLUEVOV YOVISIOV LLE YVOGTOVG GavoTOTovs, aAAd Kot Tic SNPs yovidimv mov dev é-
YoLV ToToTomOEl, oTO YEPLXL TOV EMOTNUOVOV PTAVEL éva 1oxLpo «llaykocuo Xvotnua
[TAonynong» yoviditopartog. To epyadeio avtod ivor amapaitnro yio v avaivon &g fabog
TOV YOVISUOUATOG KAOE 0TOLOV, Y10 TNV YPIYOPT KOl ATOTEAEGLATIKT XOPTOYPAPNON TOV
Yovidiwv, ot aAANAOLOPEES TapaAayES TV OToimV TPodaBETovY Yo H16.popeEG TOALTO-
payovTIKEG acOéveleg, Yo TNV deSaymyn HEAET®V gupeiog KAMPOKAG, Y10 TIG QOPUAKOYE-
VETIKEG AVOAVGELG, GUVETMC Kot Yo TV avamTuén e€atopkevpévng tatptkng [54].

O Francis Collins, 61ev0vvtig tov EBvikod Ivotitovtov Mehétng tov AvBpdmivov
TFoviduopatog (HITA) dnhwoe: «..0tav suintovcape to [Ipdypappa AvOpodmvov 'ovidim-
patog Tpwv amd 20 xpovia, OVEIPEVOLOVY 0L ETTOYT TOV 1] YOVISIOUATIKY TPocEyyion Oa
yivetr éva gpyadeio ddyvoong, Bepanciog kot TpoOANYNS coPapmdv kovav voonudtov. H
emtuyio Tov £pyov HapMap odnyel mpog tn mpoypatonoinon avtov tov oveipov» [55].

[Mpdypott, pe ™ teyvikn HapMap €xel emtevybel 1 toyeio yoptoypdenon tov

yovidiov, vevBuvov Yy TV eKQOUAION TG OYPoc KNAdag (macular degeneration), o
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EVIOTIGUOG TOV KDPLOL YOVIOTOL KOl TV OPKETMV YOVIOLUKDV SEIKTMV NG KAPOLUKNG VO-
o0V, 1 AVAYVAOPICT) TOV YPOUOCOIUK®V TEPLOYDV KAODS Kt TV Yovidiwv Tov oyetilovion
LE TNV 06TEOTOPWOT, TO Ao, Tov Safnn ToToL 1, 2 Kot ToV KAPKivo TOV TPOCTATY
[56, 57]. Me ) teyvoroyia HapMap eivat Suvatég ot peAéTeg OAOKATIPOL TOV YOVISIMDLOTOG
OALG KO LEQOVOUEVOV TTEPLOYDV TOV (TUALOTO XPOUOCOUAT®V). O cUVEVAGUOG TG TE-
yvoroyiog HapMap, texvoroyiog twv Protoin DNA vyning avaivong kot evog £101ko0 Ao-
YIGUKOD aVAALONG OMOTEAEGUATOV KATEGTNGE SUVOTH TN UEAETI] CLGYETIONG OAOKAN-
pov Tov yovidtdpotog (GWAS). To yeyovog avtd £pepe TV enavaoToon oty E0TOML-
KELUEVN WTPIKN OTL APopd TNV avalTnon Kot TaVTonoincn Tev yovidiov tpodtddeong
Yol S1APOPA TOAVTTOPAYOVTIKA voorata (BA. kepdaiota 5 kat 6).

OepOVTOG OTL 0 YEVETIKOS TOAVUOPPIGUOC O€ Kapio mepintmon dev mepropiletan
011G SNPs ka0dg kot o1 poplokéc TapaAlayEg TOL YOVIOLOUOTOG VAL TOAD O TOTKIAEC,
Ol EMOTNHOVES KOl 01 EKOATES TOV EMGTNOVIKOV TTEPLodkoy «Human Mutation» o Richard
Cotton (Avotpario) ko o Haig Kazazian (HITA) mjpav po mpotofoviia yio 1o mpod-
ypaupe Human Variom Project. O okomdg tov mpoypappotog eivat 1 dnuovpyio piag
kaBolkng tpdmelag dedopévav mov Ba eptiapfdvel TAnpo@opies yia Tig LETOALAEELS TOV
001 YOUV GE SLAPOPES LOVOYOVIKEG AGOHEVELES, QAL KOl Y10, TOV TOAVLOPPLGLO TTOV TPOSLOL-
Bétel Yo moAvTapayovtikég acBéveleg. Emeton ta opro peta&h tov «moAvpop@ioon Kot
TOV «UETOAAEEDVY lval apkeTd avBaipeta, n dOnovpyia pog Haykdoag BpAodnkng

TOV YEVETIKOV TOPUAAAY®V givar ToAD yprowun [58].

1.4. Néo mpoypappata peAETG TOV AVOPAOTIVOL YOVIOLONATOS

To épyo HapMap ogv eival povadikd, av Kol €ival To To TPOY®PNUEVO GTNV ETOYN HOG
OYETIKA UE TIG HEAETEG TNG OOUIKNG KOl AELITOVPYIKNG OPYAVOONG TOV avOPOTIVOL YOV-
duwpatoc. ‘Eva dAlo debvéc €pyo mov Eexivnoe and 1o EBvikd Ivotitovto oy ‘Epevva
AvOpomivov TNovidiopatog (HITA) (National Institute of Human Genome Research 1
NIHGR) eivar 0 mpoypaupa «kENCODE» («Eykvkionaidsia tov ototyeiov DNAY). O
o016Y0¢ TOV £ivar N axpiPng TaVTOTOINCT Kot YOPTOYPAPN O OAMV TOV YOVISI®MV TOV GUL-
LETEYOLV OTY TPMOTEIVOGVVOEST), OTMOC EMIONG KOL TOV AEITOVPYIKH CTLLOVTIK®OV GTOLXEI®V

0V avBpdTIVoL yovidiopatog [59].
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‘Eva dAdo €pyo tov NIHGR, «Chemical Genomics», otoyebel o1 onpovpyio
pg PPA0ONKNG MUKOV 0VGIHV, KUPIWG TV OPYUVIKOV EVOGEMY, BOMK®OV Yo TN Me-
AETN TOV KOPLOV UETAROMK®DV 0dMV TOL COUATOG, AUECH CAANAOETIOPOUEVOV LE TO YO-
VISl KoL TOALL VTOGYOUEVOV Yo TN dnpovpyio vémv eapudkmy. H tapamdve Biito-
Onkn Ba £xel dnuodcia TpodocPoaon [60].

Eniong 1o £épyo «Genome to Life» enikevipdvetal oTIC 1O100TEPOTNTEG TOV UETOL-
BoAood Kol 6TV YOVISU®UOTIKY 0PYAVMGT TV LOVOKVTTAP®V, ToH0YOVOV Y10 TOV (v-
Opomo opyavicpav. g amotéAespa TG LAOTOINoNG TOL TPOoYpPAppaTog Bempeitatl 6T Oa
etvar n dmuovpyia TOV UNYOVOYPAPIKOV LOVIEA®MVY avtidpacng Tov pikpoPiov oe eEwte-
pucég emdpdoeic. H épevva Ba emikevipwbel og téc6epig KOprovg topeic: faxtipra, Tpw-
TEiveg, puOposTikol pnyavicpoi TV yovidimv, pkpoprakoi cusyeticpoi (cuufivon)
Kot aAANAemdphoelc pe to avlponivo coua [61].

Téhog, n Kevrpum Opydvmon yua ™ Xpnuoatododtnon Emommuovikov Ipoypopt-
pdtwv oto Hvopévo Baciiero, 1o Wellcome Trust, £xet dnpovpynoet pia koworpa&io yio
™ YOVISIOUOTIKY HEAETN TG TPLodidoTtatng doung Tmv npmteivedv (Structural Genomic
Consortium). O oKomdg ToV TPOYPAUUATOG Elvarl Vo avENdBel 1 AmoTEAEGUATIKOTNTO GTNV
épeuva Kal 6T cLVOEST VE®V PUPLAK®OV GTOYELUEVNG dpdomg, e Paon Ta dedopéva ple-
Aétng Tov avBpdTIvoL yovididpotog [62].

To épyo «'ovidiope ko Meppariiov» (Environmental Genome Project), To o-
noio avortvooeton otig HITA ko ot Avtikr) Evpann, oyetiCeton emiong dueca pe v

TPOYVOGTIKY LOTPIKT KO LE TH QOpHoKoYEVETIKN [63].

1.5. AvOp@OmIvo YovVidimpo Kol poploKt) loTpikiy

H avayvdpion tov ToAGV YIAEO®V YOVISI®V, 1 dT0GAOTVICT] TOV LOPLOK®OV UNYOUVIGULOV
OT0 KANPOVOLIK( KOl TOAVTOPOYOVTIKG VOCT)LOTO, O POAOG TV YEVETIKMV TOPOYOVIMV
oTNV oTloA0Yia Kol TaBoyEVEST) TOAADY LOAVVOEMV, 1] TEKUNPI®ON TNG YEVETIKNG LOVOOL-
KO TOG KéBE aTdpov elvarl Ta KOplo. EMTELYUATO TOV E0MGOV GTN| LOPLOKN 1OTPIKN TO
oVYYXPOVO EMGTNHOVIKO LTOBabpo. Aev vrdpyetl apeiforio 6Tt To pEAAOV ¢ avnkel. H
LOPLOKN 1TPIKy givat 1 wTpiky Tov 21 awdva [7, 25, 64, 68, 69, 70]. Ta kuprotepa emt-
TEVYLOTO TG LOPLOKNG IOTPIKNG KOL TOV TOYEWDS OVATTUGGOUEVAOV KOTELOVUVGE®V NG (PA.

1.1) eivon ta €N c:
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> &yovv avomtoydel ot akpiPeic, omotehesloTIKEG Kot 6€ ueyaho Pabud kaboAikéc
HEB0JOL JAYVMONG TOV KANPOVOLUK®Y VOGOV GE OTOL0ONTOTE GTAOO0 OVTOYEVE-
oG, GLUTEPILAUPOVOUEVNS TG TTPOYEVVNTIKNG d1dyvawong [26, 48, 71-73],

> &yovv avoartuybel ol poplakég Tpoceyyicelg yio v amdAvta akpipn Tovtomoinon
TOL OTOOL (YOVISIOUATIKY amothnwon) [74],

> €&yovv 1ebgl 01 TEWPOUATIKES Kot KAVIKES BAGEIC TNG YoVIdlakNG Oepameiog TV KAN-
POVOLIK®V Kot U1 KANPovoK®V acbevelmv [75, 76, 77]

» e Baon ta dedopéva NG YEVETIKNG LOVAIIKOTNTOG KAOE aTOUOV, £XEL EEKIVIGEL M)
LEAETT) OTI QUPUAKOYEVETIKI], OVOADOVTOG TIG OUTIEC TV YOUUNADV 1 avTIOETOC
aLENUEVOY ELAGONGLOVY TOV ATOUMV 1) TOV LELOVOUEVOV TANOVGUOV GTIG ETOPA-
OELS TOV J10POPOV PAPUAK®OV 1 ¥NKOV ovciodv [7, 69, 70, 78-81]

» 01N QUPULUKOYOVISI®UATIKY ovoTTOGGovVToL Ogpédta yia tnv eotopkevpévn Oe-
pameia Ko yo T ONpovpyio VEOV QUpLAK®OV TOV dPOVV GTOYEVUEVO GE EEXOPLOTA
povomdrtia tg taboloyikng dadwkaciag [80, 82, 83],

»  avomtOCOETAL EVEPYA 1) LOPLOKT) TTPOGEYYIOT THG TTPOYVOOTIKNG [7, 84-86] mov Pa-
oiletor oV avaALGT TV YOVIdi®V TPodadeoc.

'Eto1, n poprokm Tpikn) Kot ot KOPLot TOUELS TNG, 1| TPOYVOGTIKY LLTPLKN, 1| Gop-
LLOKOYEVETIKT), M YOVIOlaKN Bepameio veioTAVTOL MG ATOTEAECUA TG EVPEING EIGAYMYNG
NG YEVETIKNG YVMOONG GTNV TOPOOOGIOKT) WOITPIKT) LETE TV OTOKPLATOYPAPLIOT TOV 0vOp®-
TLVOL YOVISUDLATOG.

To Wiaitepo YVOPIGUA TNG HOPLUKIG WITPIKNS MG WTPIKNG eivar 0 eEaTopikev-
pévog yapaxtipog ts. O cxomdg g tvar 1 d1opOwon g Taboroyikng dtadikaciog o
€Va GLYKEKPIUEVO ATOHO, AoUPAvovTag DITOYN T LOVOSIKA YEVETIKA YOPAKTNPIOTIK( TOL.
To GAL0 KOPLO YOPUKTINPIOTIKO TNG EIVOL L0 TPOPOVIG TTPOANTTIKT TPOGEYYLeT). Ot TAN-
PELS TANPOPOPIES TYETIKA LLE TO YOVIOIOUA UTOPOLY Vo ANeBoHV TOAD TPV TNV EUPEVIOT
vooov. Ta katdAAnAa TPOANTTIKA HLETPO. LTOPOVV VO EUTOdIGOVV 1 Vo eEalelyovy evie-

ADG TV avartuén pog cofapng acHEvelog
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Kepdiaro 2. I'oviowa, petarraels, voornpuata

‘Evoc amd 1oug teMkovg otdyovg ToV Tpoypaupatog Avopaomivov INovididpatog ntav o
kaBop1opdg Tov apBpov TV Yovidiwv. Xe peyaio Padud, o 6tdY0og avtdg Exet emrevydel.
Qo61660, TOAG EPOTNUATA, GYETIKA e TNV aKpifelo TowTOoTOINoNS TOV YoVIdimVv Yo o
TOALTTOPOYOVTIKA VOGTILOTO, TOPAUEVOVY ovoLXTd AGY® NG SUOKOAOS ALTAV TV HEAE-
TV otov AvBpwmo. Emiong, dev elvorl yvooTtég o1 Asttovpyieg Tmv vE®V YOVISi®mV Tov £xouV
Bpebeil. H perétn tov Aertoupyldv Toug Kot Kupimge, 1 0moGoeivion TV 6OVOET®V TPOT®OV
OAANAETTIOPOONG TOV TPOTOVIMY TOVG, OVIKEL GTO KAONKOVTO TNG TAYEWS OVOTTUGGOUEVG
AerTovpykng yovidtopotikng [87]. Ot d1dpopeg maparroyég oTNV TPOTAPYIKT SOUN TOV
DNA mov mpokaioOvtot and T1g LeTOAAAEELS (TOAVLOPPIGLOVG) amoTeEAOVV TN Bdon evdg
LLOVOSIKOD YEVETIKOD «opTpaitovy Tov Kdbe atdpov, Kabopilovv 10 €101KO petafolikd
oV TpoPik. Or axpaieg ekQPAGELS TNG AVOPAOTIVIG KANPOVOLIKNG LETAPANTOTNTOG Efvar Ot
Kinpovopkég vooor [72, 73]. H cvvénela tov ToApopeiopod, Kadmg Kot 1 EXLYEVETIKY
TOV HETAPANTOTTA, Elval 1] KANPOVOUIKT TPodtdBesn Tov KaBevOS amd LS GE OPIGUEVEG
Kowég ypovieg acBéveles. [lpokepévon va dtevkolvuvlel 1 yvopyiio Tov avayvdotn Le
LETOYEVEGTEPQ KO TTLO EWOIKA LEPT TNG EPYOGTOG, CKOTILO TOPOVSIALOVTAL GE OVTO TO Ke-
(QAALO O1 OYETIKEG TANPOPOPIES Y10 TO, YOVIOLW, TIC LETAAMAEELS, TOV YEVETIKO TOAVHOPOL-
OUO KoL TIC POVOTLTIKEG TOVG EKONADCELS (LOVOYOVIKEG KOl TOAMTTAPAYOVTIKES 060E-

VELEC).

2.1. Tvgivan To yovioro; [léca kat T1 yovidora vadapyovv;

Kopio GAAn évvola g yeveTikng dev mpokdAese T060 £VToveS GLINTNGELS Kol TOGO GLYVA
dev voPAnOnke oe avabedpnon OTmS avti Tov «yovidiovy. O 6pog mpotddnke to0 1909
and tov EAPetd emotquova V. Johannsen yio vo mpoGolopicel T OTOL(ELDON HOVAIQ
VAMKOV (Tapayovta) KAnpovopkoTyTac. X1 dekoetio Tov 1950, petd ta yvootd £pya
tov Beadle kot tov Tatum, Tov Apepikovov EpELVNTOV GTN YEVETIKN TV HKpoBiwv, o
Opog «yovidwo» apyloe va. dOnidvel Eva Bpavopa Tov DNA, vrevtOuvo Yo ) odvOeon
piog TpTEivS («€va yovidlo - éva Eviopor»). Apydtepa dlevkpvionke OTL £val YOVidlo
elval pior TOALVTENTIOWN aALGida. ZVVTOUO, OUMG, OVOKOADEONKE Lo «OOVVEYELX) TOV
yovidiov. Amodeiynke 6TL 6& GAOVG TOVS EVKOPVMTES, CLUTEPIAAUPOVOUEVOV TOV 0VOp®-

TV, avtifeTa and Tovg 100G, amd ta faktnpidia, akdun Kot amd 1o pitoyovoptokd DNA,
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TaL YOVIOLo 6TO YPpOUOS®UA Eivart pio EVOAAOYT] TV KOOKOTOMUEVEOVY TUnuatov DNA (e-
Eoviov) kot TV PN KodKoTomuEvey (e6mvimv). To Tpotoyevég mpoidv petaypoaens (e-
tepoyevég RNA) mepthopfdvel eniong Tig KOOKOTOMUEVEG Ko - TEPLOYES, dNAON, EXEL
acvveyn doun tov eEmviov - ecmviov. MeTd v HeETAYPOET, AVTO TO TPOTOYEVES TPOIOV
RNA vofairetar o€ potiopnd (1 010.01K0.G10 0TOKOTIS CNUOCUEVOV 1U1)-KOOIKOTTOU)-
péEVeV aiiniovyi®v Tov DNA, ec0vimv, 010 T0 TPMOTOYEVEG HETAYPAPO) KOL CVPPAOY
TOV KOOKOTOMpuEvev Bpavopdtov (govimv) petald tovs. To mpoxvmtov mpoidv g
devTEPOYEVONG HETAYPOPNS TV eEmVvimv ovopdaletal ayyema@opo RNA (mRNA), to o-
noio POAveL amd TOV TVPVA GTO KLTTAPOTAAGHA, OOV Kot eEac@aAiletl Tn cuvBeon avti-
otoyng npwteivng [7]

Mo va kataAdfoovpe 1060 cOHVTOUN TEPUTAEKETAL 1] £VVOLL TOL «YOVISIOL» GTNV
EMOYN HOG, etvot onuavtikd vo onueltmdel 6Tt Yo ToAAE yovidio avaKaADOTNKE TO Povo-
LEVO eVOALOKTIKOD LATICUATOG, OTOV a0 £vo TPOTOYEVES peTaypapikd RNA ce dapope-
KOG 16TOVG, oYNUATICOVTOL APKETO LETAYPAPTLATO SLUPOPETIKOD UNKOVS (OEVLTEPOYE-
veig mRNA). Katd cvvéneia, o1 mpoteiveg (molvmentidle) mtov cvvtiBevrol amd avtd ta
puopla etvon emiong oapopetikés. 'Etot, 1 1010 aAinAiovyio DNA kmdikomolel moArd dropo-
peTIKA TPOTEIVIKA TPoidvTa. Efval yvmotd 0Tt Ta yovididpato Tov avOpdTov Kot TV oA~
Aov INhacTik®V oL £Yovv NON avaAvdel, £xovv mepimov tov 1610 apBud yovidimv (mepi-
nov 20 - 25.000) nov eivat oyed6V SIMAGG10G amd Tov apliud Yovidiov Tng Hoyoc ppovTeV,
Drosophila. ITiotevetar 6t xapn TN cLYKEKPIUEVN TEPITAOKT Slod1IKAGIo TG CLPPAPNG
KOL TOV LETA-UETAPPOACTIKAOV TPOTOTOMGEDY £EACPUMIETOL O TPAYLATIKOS APIOUOC TP®-
TEIVOV 6T0 avBpOTIVO oL, OV gival oxeddv dekamhdorog (tepimov 200 - 250.000) and
Tov aplfud Tov yovidiov [24, 87].

To yeyovog 01t €xovv PBpebet yovidla mov Bpiokovror péca ot vipodvia evog Gh-
Aov yovidiov, dnAadn «éva yovioro péca 6e GAAO YOVidL0» TEPUTAEKEL TEPICCOTEPO TN
KATAGTOOT Yot TOV Oplopd £vOg Yovidiov. 'ETot, 1o «onuoctoAoyikd» yovidlo (SENSe) piog
dyvootng Aettovpyiog Ppébnke péoa oto wwrpdvio 23 tov yovidiov mapayovia VI g
méne. Edv mpocBécovpe og avtd OT1 TO YOVIO0 (0C AEITOVPYIKT LOVADO KANPOVOUIKOTNTOG
QEPEL O10POPETIKA PLOUICTIKG GTOXELD GE AUEST] YELTVIOGN LE TV APy TNG LETAYPOPNS

(ovvnBwg oto 5' dkpo g aivcidag DNA) péca oto petaypagopevo tunpo DNA 1
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Bpioketor pokptd amd 1o 1010 T0 YOVidlo, yivetor capéc TdGo 0UGKOAD Eivol Vo dMCOLLLE
éva TEMKO OpIoUO TOL YOVISI0V GTO TaPOV GTAOO.

ZNuepa, avaA0Yo e TO GKOTO, XPNCLOTOI0VVTOL O1APOPOL OPIGHOT TOV YOVISiov.
'Etol, oty Khootk| yeveTiki, elvar cuvnOicpévo va ovoudletol évag opToypo@nuévos
TAVO 6TO YPOROCONO. TOTOS MG VTEVOVVOG Y10, KATOL0 PUIVOTVUTIKO YOPOKTIPLOTIKO
[88]. Ztn poproxn Proroyia va yovidio gival éva oyeTICOpEVO pe pOUIGTIKES aAlnAiov-
yieg Tufqna DNA, mov avrietorysi 6 po cvykeKpLpév povada petaypagis [89]. Kotd
TNV EKTEAEGT TOL TTPOYPAUUATOG «KAVOPOTIVO YoVISiopay Eva Yovidlo avaeépnke g pia
povaoa petaypa@ns, 1 omoio pmopel vo PETAPPAcTEL 0 pia 1] TEPLOGOTEPES APIVOLL-
KEG aAAMNAOVYiES KAl OVOUAOTNKE MG «Yovidro KoTapéTpnons» (counting gene) [90]. Q-
01060, 6mwg avayvopilovv ToALOl EpeLVNTEG, TO £pY0 TNG TAVTOTTOINGNG YOVISI®V, OKOUN
KOl [E TNV Tapovsia pog yvootis aainiovyiog DNA oto kottapo, eEakorlovdel va eivan
oAb mepinhoko. H katapétpnon tov aptBpod yovidiov TepmAEKETOL Kot amd TO YEYOVOG
ot padi pe ta dopkd yovidia Tov AETovpyohv, GTO YOVISIMUA VITAPYOVY KOl TO AEYOUEVAL
«yevdoyovidl (mepiocdtepo amd 19.000) mov avTimpos®TEVOVY Ta LETOAAAYUEVO AVTi-
YPOPO T®V PLGLOAOYIKDV YOVIdi®wV, TO 0TToia, ®OTOGO, Oev eivat oe BEom va Asttovpyncovy
MOy ™G andielag 1 PAAPNG Tov (oTikdY ototyeimv. ZNuepa, o aplBpnog Tmv avlpamiveov
YOVISI®V OV AELITOVPYOVV, UIopel va vroAoyilotel oto mepinov: kupaivetor amd o 20.000

€m¢ 25.000 ka1 vroroyiletan kKot péso 6po ota 22.000 [91].

T yovidwa vapyovv; [35, 88, 92-94]
Onwg paivetatl amd to Zynua 2.1, vrdpyovv TOLAGYLIGTOV TPELS KOPLEG OUADES YOVIOTWV:

1) RNA kodikomomtikd yovidia

2) «Aoptkay» yovidla, Yovidlo ov K®SIKOTOlo0V TIC SOMKES TPMOTEIVES

3) Mutoyovdpikd yovidia.

Ta RNA kodwomomTikd yovidwa eivar Aettovpyikd evepyd yovidia 1dn 610 o1d-

oo tov mpoidviwv Tov RNA. Avtd site mpocsdlopilovv ™ ovvBeon tov RNA, mov givan
avayKoio Yo TG O1ad1Kacieg GUVOPUOYNG/ cLVPPAPNS, Yo T cOVOeoT TV plocoudTmv
KOl Y10 T1G O01KaGieg peTtdppaong, eite cuvBétovv Ta popa RNA mov €yovv tn pubuu-
OTIKT eMiOpacn, ONA. emnpedlovv Tig Aettovpyieg AAA®V Yovidimv (Yo Topddetypia, YELTo-

Vikd O1- kot povokAmvo apepfarropevo RNA) (BAéne kepdato 1).
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Ta yovidia Tov KmOKOTO100V TIG TPOTEIVES Y0PILovTol G€ «YoVidlo VOIKOKVPLOVY
(yovidia vrootpiéng {ong) Kot yovidlo TEPUATIKNG O1pOopOoToinomg Tov ovopdloviot &-
miong kol g yovidla €101kN g Aettovpyiog. Ta tedevtaio KOIKOTOWOLV TIG TPMTEIVEG TOV
yopoakTnpifovv Tov dtapopomompévo 10Td Kot Kabopilouv Tig e1dkég Asttovpyieg Tov. T
TOPAOELYLLOL, TNV OLILOGQOLPivY 6€ EpLOPA aLOCEAIPL, TIG LVTKES TPWOTEIVES, TNG EKKPLTL-
KEG TPOTEIVEG TMV EVOOKPIVDV KOl TTEXTIKMV 0OEVMV KOt TOAAA dALa. TENOC, oyeTikd TPoO-
opata, £xovv dtokpdel kot avEdvovtarl paydaio oe aptBpd, yovidia EWOIKOV TUPNVIKOV

TPOTEIVOV, OV ovopaloviol peTaypapikoi Ttapdayovres — FT (transription factors).

Movida
" 4

RNA- kw&Lkomotntika

l “ Mutoxov8plakd
yovibia.

Fovidia mou kwdikomolovv
yovidia TG MPWTELVES

4

- N

\

Metaypadikol
MAPAYOVTES
PAX1-9
HOX1-9
SOX1-10
SRY

«lovibia
VOLKOKUPLOU»
(yovidia
unootrping
{wric)

PuBuiotiko
RNA

lovidua
TEPUATIKAG
Swadoponoinong
1 yovibia eldikrig
Agttoupyiag

Zyjua 2.1 Taéwvounon yovidiwv, tpororommuévo cyijue [93]

"Exovtog cvykpitikd pukpd peyedn, ta yovidla ovtd yapaktnpilovror and tv mo-
povcio TOV KaAd StaTnpnUEVEV oAAnlovyldv Tov DNA, TpmTeivikd mpoidvta Twv omoimv
etvar g Béom va cuvdebovv Le TIC pLOGTIKEG TEPLOYES TOAADY SOUKDV YOVISI®V, TPO-
KOADVTOG TNV KATOGTOAN TOVS (O10KOTH PETAYPAPNS) N TNV evepyomoinom (évapén peto-
ypaeng). Ta mpotovia tv yovidiov FT, mov puBuilovv ) Asttovpyikn KatdoTo.on TOAADY
SOUIKAV YOVIST®V, lvor 1KOVA vo EAEYXOVV Lo, OMOKAN PN GEPA OTTO LOPPOYEVETIKEG OVTL-
dpdoelg evog avanTLGGOUEVOV 0pYaVIGHOV. Agv gival Tuyaio 6Tt Ta yovidwa FT amokadov-

VTOL LEPIKES POPEG G «YOVIdLH KOPLOLY KOl TOL SOIKA YOVIOLH MG «yovidla GKAGBO.
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Ta avOpodmTva pitoyovopla meptEyovv povo 37 yovidwa ko yapaktnpilovtal amd
mv amovoia wipoviov. Ta 13 yovidia mtDNA (Mitochondrial DNA) kmdtkomolovv Tig
UELOVOUEVEG VITOUOVAIEG TOV UITOXOVOPLOKADV CUUTAEYUATMOV OVOTVEVGTIKNG OAVGIONG

Kot 24 mop€Youy T TPOTEIVIKN LETAPPOOT] 6T UITOYXOVIPLoKA piocmdpota [95].

2.2. MeTaAMAEELS KON YEVETIKOS TOADHOPPLG OGS

Onwc avagpépnke oto Kepdhato 1, o1 omoteconmote aArayés (LeTaoAES) oTig aAANAOL-
xieg DNA, ovopdlovtar petarddéers. Ot petaAldEelc pmopovv va givol Asttovpyikd oiom-
anlég («ovdétepegy) otav dev emmpedlovv T dopun Tov 13iov Tov Yovidiov Kot TIg pLOLL-
OTIKEG TOV OAANAOLYIEG 1} VO 001 YOUV GE VOUKAEOTIOIKEG VITOKATOGTAGELS OTIG OTOIEG GTO
TEMKO TOALTTENTIO0 dtatnpeitan To 1d10 apvold. To tedevtaio pumopel va givor kot to o-
TOTEAEGLOL «EKPLAGLLOV» TOV YEVETIKOV KOOWKa: Kébe apvold kwdukomoleitan amd Tig
TOAAEG SLOPOPETIKES TPUTAETES, Y10 AVTO 1] AVTIKATACTOOT VOGS 0d Ta TPiot VOUKAEOTIOW
070 KOSIKOVIO, eV 00MYEL TAVTOTE GTNV AVTIKOTAGTACT TOV aptvoééog [35].

H mo cuvnBiopévn mopariiayn tov avdopuntov petorldEewv eivat ol vrokato-
otdoels evog voukieotidiov (SNPS) (BAéme Kepdhato 1), ot omoieg eppaviCovtar 6to DNA
nepimov kabe 200-300 Cevyn Pacewv. O axpiPpnc evromopog pog cvykekpipuévne SNP
OTOV YOVIOLOUOTIKO YapTtn pmopel va yivel pe v evioyvon evog tunpotog DNA mov me-
piExel  0éon SNP, ypnoipomodvtog po ahvodoTi avtidpaocn molvpepaons (PCR)
axolovBovpevn and TV ENEEEPYOTIN TOV KEVIGYLUEVOL TUNLATOG) LLE EWOIKA TEPLOPICTIKA,
évlopa (evoovovkiedoec). Ta tehevtaia givor Evivpa PakTnplokng TpoéAevong Tov ava-
yvopilovv ta cvykekpiuéva cvviopa Opavcpoto DNA (4-8 b.p.). Avédioya pe v Topov-
ola 1 Vv arovcia g Vo perétn SNP, n emheypévn evéovovkiedon Ba amokoyet 1 oyt
10 DNA o1 001 tov gvtomiopon me. Avtd pmopel vo TpocdlopioTel e NAEKTPOQOpNoN
[96].

«Ot drpopég petald tov petodrdéenv kol tov 'l eivor mo moAd mocotikég
TP TOLOTIKEG», LILOGTNPILEL £vag TOAD JLUCTLOG YEVETIOTNS, 0 KoBnyng tov [Mavemt-
otuov oto Xtéveopvt (HITA), o L. Cavalli-Sforza [97]. H dwaopd givar 6Tt 6€ avtifeon
pe tig petaAraéel, o I'Tl etvan mo cuyvog Ko pmopel vo vTapyel 6€ TEPIGGOTEPO OO TO
1% tov TAnBvopob [97]. Qot6c0, VILEPYOVY UETAUAAAEELS, Ol OTTOIEC GYEOOV OMEVEPYOTOL-

00V TANPOG TO, LEPOVAOUEVA YOVIdla, dNAadY] Eumodilovv TV EkEPACT] TOVG Kol TOPOAO
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avtd etvan o cvyvég amd to 1% og évav mAnbuopd. Etot, etvol yvooto 6t 6xedov 1o uco
OV AeLK0V TANBVoUOD dev €xel éva amd o Evivua g EevoProTikng amotolivoong, TV
YAOVTOOEIOVN-S-TpavePepaon AOY® TG EKTETANEVNC dtaypa@n|g oTo Yovidto GSTMI (yo-
vidlo amoto&ivoong) (PA. KepdAiaio 5). Avtiv v petdAialn, kabmg Kot v HeTdAAaEN
OV 0eVTEPOL Yovidiov ¢ @daong amotolivwong GSTT1 (n cvyvoétnta mAnbvcuod twv
«undevikavy» yovotvnav (0/0) eivan mepinov to 20%) pmopet Kavels vo amokarEoel Kot g
I'TL, Aoyw 611 dev mpokadoHv dpecso KANpovoulkes acBéveleg, av kot oyetilovtal pe moAAd
moAvTapayovtikd voonuata (BAéme Kepdiowo 5).

Ot petardéelg mov TPOKAAOVVY TIG KOWVES KANPOVOUIKES 00OEVELEG, GLVAVTIOV-
vt to oravia. H cuyvotmta tovg dev vrepPaivet to 1% [98]. o mapddetypo, ot wAnbv-
OULOKEG GUYVOTNTEG TV LETOAAAEEWDV TOL TPOKAAOVV YOVIOLOKES AGOEVELEG OTT(C 1) OLLOp-
poeAia A, 1 poikn dvatpo@io Duchenne v pawvvioketovoupia gival kdtm and 1% og 2-5
yadeg atopa. Tavtdypova, to 10-20% Tmv Aevkav g Avtikng Evponng kot mepimov
2% tov katoikwv g Poociag eivor ot etepdluyor popelg Tov petaAldéemv 610 yovidlo
kvotikng ivaong (CFTR) kai, kupimg, ot petdAraén delF508. Movo avt 1 petdAhaén
avtmpoocwnevel o 60-70% OAwv tov petorrdcemv tov yovidiov CFTR og acbeveig pe
KuoTikt|] tvoon ot Avtikn Evponn [99] kot 45-50% ot Pwoia [100]. H nAnOvcpaxn
oLuyvoTNTa TOV £TEPOLLYOV PopLwV TG petdAlaing delF508 eivar mepinov 2-5%, mpdypo
OV WOG EMTPEMEL EMONUA VO EKYOPNCOLUE avTh TN Poptd peTdALaEN oTov apBud TV
I'TI. H xatdotaon eivatl mapopota Kot pe moAAEG AAAEG EVONUKES LETOAAAEELS, YiOL TOPGL-
detypa o1 HETOAAAEELS TV YOVIdI®V c@aipivng oe acBeveig pe SPEmOVOKVLTTAPIKY ovorLpLiol
[101].

Mo GAAN, Atyotepo ep@oavig 0apopd PeTald tomv petaArldéemv kot I'TT eivar n
EMIOPAON TOVG OTIG YOVIOLAKES Asttovpyies. ZuvnBwmg, o I'TI dev drotaplocel TV YOVIOaKY|
EKQPOOT), AALAL 0ONYEL GTNV ELPAVIOT) TPOTEIVAOV E ELOPPDS OALOIOUEVEG PLUGTKOYNUIKES
W tes. 'Eva mapdostypa gival to 1ocoéviopia, to omoio onpepa ivat yvootd Yo TOAAESG
npwteiveg [94]. Avtibeta, ot HeTOAAEELS, OmEVEPYOTOLOVV £Va, YOVid10, 001YODV GE OTLL0-
VIIKN peimon obvleong Tov TPOTEIVIKOL TPoidvTog («peiov amoTéleopar), oy nepic-
OE10L TOV (KGVV OTOTELEGPAN») 1] OTNV EULPAVION TOV U1 PUCIOAOYIKAOV TPOTEIVOV, TPOKO-
AOVTOG oplopéveg povoyovidtakég voooug [102]. Xe avtiBeon pe tov I'TL, n povotumiky

EMIOPOOT TOV TO YVOOTOV HUETAALAEEMV QUIVETAL CAPDG LLE TN LOPPT TNG KAPOVOUIKTG
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vooov. Eivar onpavtikd va onueiwbet 6t tovAdyiotov pepikoi I'Tl, e1dwkd exeivotl mov Ppi-
okovtol og eEovia 1| oe pLOUIGTIKEG aAAnAovyies (Tpoaymyels, evioyvtég KAT.) [89], dev
elvat AEIToVPYIKAE 0VAETEPOL KOl UTOPOVV VAL EMNPEACOVYV SVGUEVMG TIC TPMOTEIVIKES AEL-
TOVPYIEG TOV OVTIOTOLY®OV TOAVLOPPIKAOV TOPUAAOY®V TOV YOVIOIov. Xg [iol TUTTIKN TePi-
ntmorn, ot SNPs ota e€dvia umopovv va, 001 y|GoVV GTNV GAANYT] TOV YEVETIKOUD KMOTKO
KO, G AMOTEAECLO, OTNV OVTIKOTAGTOOT EVOC OUIVOEEOS TNG TOAVTEMTIOKNG OAVGIONG.
Kotd kavova, Eva véo TpoTeivikd Tpoidyv vog TETO0V YOVIOIon EKTEAEL TIG AELTOVPYIEG TOV
YEWPOTEPO OO TNV TPOTOPYIKN TOL HOPPN (QAANAMO «dyplov TOTOLY), TO OMOI0 UE TNV
aAlayn TV TEPPOAAOVTIKOV cuvOnKkoVv pmopel va cupPdiet oty avantuén daeopmv
acBeveldv.

'Eto1, 0 yeveTIKOG TOAVHOPPIGHOG KOl Ol HETAALAEELS Elvar GatvopEevo TG 110G
tdéng. H ypopun peta&d autdv tav evwoldv ivat ToAD «Aemt», Ommg cLYVA givol «Ae-

TTOC» Kot 0 S ®PIOHOG TNG EVVOLOS TG PLGLoA0YIKOTN TS Ko TG taforoyiog [103].

2.2.1. Ta&wvépnon Tov peTOALGEEMV
H ocvvtputtikn mAetoymeio tov petaAldéemv givol 10 amoTEAEGHO TG OVTIKOTAGTOCNG
€VOG VOUKAEOTIO0V ad éva. GALO 6TO GNUOGIOAOYIKO TUTLLa (SENSE) Yovidto. AVTég ot o~
Aowwoelg ovpPaivouv cuvhiBmg katd v ovarapaymyr] tov DNA (duthaclacpog) ot
SLApKELN TNG TPOETOLOGIOG TOV KVTTAPWV Yo Otoipeon. Av Kot 1 dadikacio avIypoeg
elvan eEopetikd axpipng kot vdpyet Eva ovHvOeTo cvuoTNUE EVEOI®Y TOL avayvepilel Kot
dopbdvel Ta cOAALTO AvTIYpaT|S (reparations), TaPOAQ AVTA, TETOL0 COAALATA ELPOVI-
Covton katé péco 6po pe cvyvomro 10°- 101 avé éva mepilopfovopevo vovkieotidio.
Mo GAAN ONUOVTIKN TTNYN TOV GNUEWKOV dAAAYDV (EVOG VOUKAEOTIOO0V) Elvar 1) LETOA-
Aa&loyovog emidpacn g aKTvoBoAMag Kot TV YNIK®OV 0vc1dV (LETOAAAEI0YOVOV Topa-
yoviwv). Emopévamg, ot onpetakés petaAlAEELS (VTOKOTAGTAGELS VOGS VOUKAEOTIOIOV) pITo-
pel Vo TPOKLTTOVY OO TIG EMOPACELG TV YNUIKOV, PUCIKOV Kol BLOYNUKAOV TopoyovVImv
[104].

O1 ONUEWKEG AVTIKOTACTAGELS OTIS KMAKOTolovsec aAiniovyiegc DNA umopotdv
VO TPOKAAEGOVV TIG SIAPOPES LETAALAEELS, O TOTOG TV onoimV KabopileTor TANpwS arnd
N QUOT] TNG VOUKAEOTIOIKNG VITOKATAGTOONG, ONANOT OO TOV KOJIKA TPLOV YPUUUATOV

(Kodko6VIo) ¢ voukAeoTidwKkn g akolovbiog tov DNA petd v oavrtikatdotoon.
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Emopévac, oty mepintwon g (NON-sense) HETAALOENG 1] AVTIKATAGTAGT £VOC VOLKAEO-
T1I610V GTO KMOKOTOMNTIKO TN EVOG YOVIOIOV 00NYEl 6TOV OYNUATIGUO VOGS «KKMOTKO-
VIov MENS», oG TPITAETAG, EML TNG OTTOT0G GTAATA 1] LETAPPOCT KO, OVTIGTOLYA, 1 CUV-
Oeomn TV TPOTEIVOV oTa pocOpaTa. TNV TEPITTOON HOG «AAVOUGREVOL VOOTOS
uetalhaéng (missense), eppaviletot 1 TPLAS TOV AVTIGTOLKEL 6TO KOIKOVIO £VOC GALOV
apvo&Eog, To 0moio Kot TEPIAAUPAVETOL GTNV TOALTENTIOKY AAVGION TG LETOAANYUEVIG
npwteivig. H dtapopd tovg givar 6t (Missense) petdArloén vmokadiotd £va S1apopeTiKo
apvo&d otV apvoéikn aAAnlovyio evad n petdAran (NON-SENSE) e16ayel Eva KOIKOVIO
MéEng omv aAiniovyio mRNA. Mia onpetokn HETAAAAEN LE TNV ATOAELD 1| ELCAYOYT)
evoc M 600 voukAeoTdimv pmopel vor 0ONYNCEL G LETATOMIOT TOV TANLGIOV AvAyvmOoNg
(frameshift) kot otov TeppatTiond g petaepacnc. TELOC, o1 GNUEINKEG VOUKAEOTIOIOKEG
VIOKATAGTACELS 6T BEom TG dtocvvdeons eEoviov - vTpoviov (ecwViov) pmopolv va dto-
TapdEouy v dadikacia ovayvaplong TOV ETCYUAGUEVEOV aAinAovyidv tov DNA and
ta avtiotorya popro. RNA (1o Aeyopevo U-RNA) kot vo 091 y1covy 611 SuGAEITovpYio TG
dwdwaciog cvvapuoyng/ poticpatog. O mapondve PeTOALAEES ovoudlovTal LeTAAAG-
Eelg ouvappordynons. Me avtég T1g HETOAAAEELG VTTAPYEL OMAELD. TOV OVTIOTOLYOL £EO-
viov, 1 avticTpoPa, H10THPNGT TOL PETAYPOUPLKOD TPOIGVTOG TOL YELTOVIKOV tvTpoviov. Kot
OTIG OVO TEPUTTMOELS, 1) OOUT| TOL OEVTEPOYEVOVG HeTaypapikod RNA kot 1 6hvBeon g
TPOTEIVIG TOL Kmdkomoteital amd ovtd, sival dratapayuéves [89].

Oao mpémel va onuelmBel 6T o1 onuelokég LETAALAEELS OV evtomilovTot Tvuyoia
0TO YOVIOlOUA KOl GTO LEUOVOUEVA YOVIdLO. ZVYVA OVTEG CLUYKEVIPMOVOVTOL GE TEPLOPL-
opéveg meployés Tv DNA aAAniovyumv. IToAd cuyvd o1 VOUKAEOTIOIOKES VITOKATACTAGELS
emmpedlovv Tig Teployég Twv vnoidmv CpG. Avtéc eival ot DNA aAinAovyieg tov 200-
300 b.p. mov Bpickoviol 6TV apyn TOL LETAYPAPOUEVOL GNLAGIOA0YIKOD (SENSe) HéPoug
TOAADV SOLKDV YOVISI®V (E01KA TOV «YOVIOI®MV VOIKOKVPLOVY) Kol Elval o1 «tpo@OnNTés)
aVTOV TOV YoVidiov, dnAadn ot puluIcTég TG HeTaypa@ikhg dpdong tovg [104].

Ot dAAeg Kowég petadddEelg mepthapfavooy:

v 1ig draypogéc (amdieia Tav Opavoudtmv DNA S1a@opeTikdv unkov),
v 11 aAAnhoemikoloyels (Sumhaciaoudg tov Opovoudtov DNA),
v 11 pocOfkeg (uetotomopéva Opavouato DNA),
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v ¢ petoronioeic (avtarioyf Tov Opovoudrov DNA petaéd tomv S10QpopeTikdy yo-
VISI®V 1 Y POUOCOUATOV).

Mepikég amd avtég TG HeTAALAEELS (EMKOADWYELS, dloypapés, Tposbnkeg) umo-

POVV VO TPOKOAEGOVV LU0l YEVETIKT] ALVIGOPPOTLOL KOl VOL 031 YGOVV GE GOPPEG dLoTaparyEg

™G TPOTEIVIKNG cvvBeonc. Evd ot dAleg (avaotpoéc, petatomicels) cuvibwg dev Guvo-

dgVOVTOL AO TNV ATMOAELD 1) TNV OTOKTION TOV YEVETIKOD VAIKOV Kol dgv eupavifovion
OTOV PUVOTLTTO, ONANOT] GUUTEPIPEPOVTAL MG TUTTIKEG «OVOETEPESH HETOAAAEELS [35].

"Evog Egxwprotdg TOmOG PeTAAOENS Elval Ol ATOKAAOVUEVES «OVVOUIKES) LETAA-

AaEerc, dnAadn ot awBopuNTES aAAayEG 0TOV aplBUd TV S1000YIKAV ETOVOAWE®DY OO

£va 1 TEPLGGOTEPO VOUKAEOTION GTO UETAYPOUPOLEVO TUNLA £VOG Yovidiov. [daitepa ov-
AVA 0TS 0 TOOG petaAhdEewy yapaktnpiletar omd v adénon Tov apBol TV TPUTA®V
EMAVOANYEDV (GE OPICUEVEG TEPIMTMOELG KL LEYOADTEPMV) GE KMOKOTOMTIKEG 1] 1T K®-
SKOTOMTIKES TEPLOYES TV YoVidimv. Avtdg o TOmog petdiiaing Ppédnke va elvan yapa-
KTNPLOTIKOG Y10L P KAVIKE TTOAVLOPPIKT OULAO0 TV KANPOVOKAV AGHEVELDV, 01 OTTOTES
ovopalovtav acOéveleg g «eméktaonc» N vooog tov Huntington. Xe opiopéveg mepintm-
OELG, M EMEKTOAOT TOV TPMAETAOV 001 YEL 611 6VVOESN TTENTOIWV pe acvvnOoTo PLaKpEG Lo-
VOTOVIKEG 0000G £VOG apVOEEDG, Yo TapAdELyLaL T YAOLTOUIVY, GTNV TEPIMTOCT TV VEV-
POEKPLMOTIKOV acBeveldv Omwg 1 vocog Tov Huntington, ) vécog Kennedy, n acOéveia
Joseph-Machado kot  omwvokepeyyediakn atalio. Xe GAAEC TEPUTTMOOELS, Ol TPITALTEG &-
TEKTACTG 00N YOLV GE QVGAEITOVPYID TV YOVISI®V KO GTNV OVETAPKELN TMOV OVTIGTOLYOV
TPOTEIVOV (6VVOpopo evBpovctod X, pvotovikn dvatpogia, atolio Friedreich) [47].

"Exet avomtoyBel kot BEATIOVETOL CLUVEXDS VO CUGTNLLO KATOYPOUPNS TV O0pO-
POV THTOV PETOAAAEEDY, KaBMG Kol TV yprionwy yio ) dwyvoon I'TL. H tedevtaio k-
doomn Hog Tétolag ovopatoAoyiag eykpidnke amd m Aebvi) Emirponn Nevetikng, to 1996
[105]. Ot cvotdoelg yio TV EVOTOiNGT TOV GUGTHLATOS KOTAYPOPNG TTO GOVOETOV HETAA-
MiEewv (OumhacilacLol, dtaypapés, avacTpoPés K.AT.) tpotddnkav to 2000 and tov J. Den
Dunnen (OMavdia) kot oo tov X. Avtovopakn (EABetio) [106].

Eni Tov mapovrog, vmdpyel taxeio GLGGMOPEVOTN TWV OEOOUEVOV GYETIKA LE TIG
HETAALAEELG G O1dpopa YOVidLa, Ol OTTOiEG 0O YOVV GTIG O GLYVESG GOPAPES KANPOVOUIKES
acBévetec. o va AneBovV o1 TANPOPOPIeES GYETIKA LE TIC MO YVOOTEG HETOAAAEELS TV

aVTIGTOYY WV YOVISI®V Kal TG HeBOO0LS aviyveuong Tovg, onovpyninkav dkés Pacelg
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dedopévov DNA oe pepovopéveg voooroyies. Xtov mivaka 4.3 suvoyilovtal ot dievfov-
0€1¢ ToV ALadKTHOL Yo TNV TPOSPaoN OTIC TPATELES OEGOUEVIOV TOV TO GUYVDV LLOVOYO-
VIOLK®V KOl OPIGUEVMV TTOAVTOPAYOVTIKAOV VOGS LATOV. 10 TIC TEPIocdTEPES GLYVES LO-
voyovidlakég aohéveleg 1 akpifela tng Tavtomoinong petddiaéng ivor nom oto 90-100%
(kvotikn tvwon, poikn dvatpogio Duchenne, aipopopiriia, vocog Huntington, chvopopo
evaictntov X, parvuiketovovpia). 26TOCO, Y10 TIG TEPICCOTEPES TOAVTOPOYOVTIKEG AGOE-
VEIEG LE EVTOVN YEVETIKI GUVICTMOGA, N ATOTEAECUATIKOTNTA TG OviYvVELONG UETAAAUENG
(molvpopeiopov) ota avtiotorya yovidia tpodidbeons, motkidlel evpémg (amd to 10 €wg
70 90%), katd péco 6po oto mepimov 40% [98]. OrTAnpopopicg oxeTIKA LE TIC LETAAAGEELS
yovidiwv mov givar vrevBvveg Yo TIG AvOpOTIVES KANPOVOUIKES VOGOLG LTOPOVV VoL ANQ-
Bobv péow tov Adiktvov amd 10 Evpomnaikd Ivotitovto BiomAnpogopikng (EBI) ot
Youndia, To omoio meprlapPavel TAnpogopieg amd 40 Bacelg dedopévmv:

http://srs6.ebi.ac.uk

2.3. 'eveTik6 @optio

ZOUQOVA LLE TOV KAUGGIKO OPIGUO, TO YEVETIKO POPTIO £ivor TO HEPOG KANPOVOULKTG LETO-
BAntotTog vog TAnBucpov mov kabopilel TV mapovsio TV AyOTEPO TPOGUPLUOGUEVAOV
OVTOV 10, 0TTOi0L EUTITTOVY GTNV EMAEKTIKY Opdon TG LOIKNG emthoyne» [107]. dvokda,
T0O YEVETIKO QOPTIO TEPIAAUPAVEL TOGO TIG HETAAAAEELS TOV KUKAOPOPOLV 1O GTOV TTAN-
Buoud Ko petadidovrol amd YeVid 6€ YEVIA, OGO Kot VEEG LETAAAAEELS GE YOUETES 1) YEVVI)-
TIKG KOTTOPO. ZOUQ®VA PE oplopéves extiunoels [102], to yevetikd @optio 6TOVG EVPW-
naikovg TAnBvopovs kot 6t Pooia etvar mepinov 5,5%, ek tov onoimv mepinov to 1%
opeidetal oe povoyovidlakég acBéveleg (LetaAldéelg evag yovidion), 1o 0,5% oyetileton
LE TIC YPOUOCOMUKEG avmpoAieg kot 1o 3-4% eivar o1 moAvTapayovTikég achéveleg e €-
VIOV YEVETIKY] cuviotwca. Eivar onpovtikd vo tovietel 61t 10 TpoTLIo (QAGHA) Kot Ot
oLYVOTNTESG TOV OAPOPMOV UETOALAEE®V, KAOMG KAl O TOAVHOPPIGHOG, EXOVV EVTOVT) TTAN-
Buopaxn eEedikevon. Avtd onpaivel 6t o I'TT kot o1 petadddéelg mov yapaktnpilovv Tov
mAnNBuopd pag TEPLOYNG N OGS EBVOTIKNG OLAdAS OLPEPOVY CNUAVTIKA 0o ekelveg o€
GAAES YE®YPUPIKES TEPLOYEG N 0€ GALEC €BvoTKEG opddec. Ot mAnBucpakol mapdyovteg
Kol pnyovicpol wov kabopilovv Tig eLokég dtakvpdvoelg otov aplud tov 'l ko tov

petaAAdéewv oe d1dpopovg TANBVoUOVG Kat TEPLOYEG TOV KOGHOL givat: [108]
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1 OIKOAOYIKT] TPOGAPLOYTY,
01 O10POPEG OTOL TPOPLULAL,

ot 6oPapég Aopméetg (avepofroyid, Tavain, yorépa, AIDS),

<N X

TO EMAEKTIKO TAEOVEKTNUO TOV €TEPOLLY®V («@avOUEVO €TEPOINCH 1 «POLVO-

LLEVO TNG ETEPOTNTOC)

\

1N EMOPON TOV «WOPLT» (€101KE GE Evav KAEIGTO TANOBLGLO),
V' n yovidwakn amodkhion (tuyaisg dtakvudvoelg Tov aplfpod aAAilav otov TAnbv-
ouo).

"Eva kAoo1kd Tapadety o Tov Topandve pHropel va eivat n dpemOvoKLTTOPIKN -
vopia Adym Tov petodhdéemv oto yovidlo B-ceapivng. H acBéveia elvar cuyvn ot Ae-
Kévn g Mecoyeiov, aAld omdvia GuvavVTIETOL KO GE GAAL LEPT) TOV KOGUOV. XtV EA-
Moo 0 emmoAacdg TV Popémv Mecoyetakng Avorpiog (etepoluyn 1 erdocova Oaiac-
catpia) elvar 70 avd 1.000 dropa tov yevikod TAnBuoHOD, EVO 0 EmmOAACUOG TV 0c0e-
vov pe Meosoyelokn Avarpia givor 4.000 oe mAnBoopd 11 ekatoppvpiov. H veoyvikn vo-
onpdémrta otnv EALGOa g opolvyng popeng e Mecoyelakng avorpiog eKTHOTOL GE
120-130 dropa ava 100.000 yevvioetg, emoiog. H etepdluoyn Mecsoyelokn avorpio £xet
emmoAacpd 74 acBeveig ava 1.000 katoikovg (7,4%). H yeoypaewn katavour tov acOe-
vov pe Mecoyetakn Avorpio Totkilet pe cuyvoTNTA EPPAVIONS TTOL avEpPYETaL £mG kot 15%
oTIG TEPLOYES TGS Bescariag, Tng Avtikng [ledomovvicov katl Avtikng Hrelpov ev avtifé-
ot pe v Makedovia, 6mov 1 cuyvotnta givar petopévn [109].

Eivan eniong onpovtikd va avaeepBodue otny Omapén 1oV YovioLoKk®V Tadncemv
nov yopaxtnpilovrar kupinwg amd po cuykekpipévn Bvotikny opdda 1 amd éva KAEIGTO
mAnvoud, my. ot tumikég «ePpaikéc acbévelegy (vooog Lesh - Nihan, Wilson -
Konovalov), ot «pwvlavdikéc acBévelee» (aomaptvloyAvkooapvovpia). H avédivon g
EMKPATNONG TOV YOVISLIKOV VOGOV G€ 018popous TANOLGHOVS Kol GE SIUPOPES TEPLOYES
00N ynoe o€ o véa Katevbuvor, TN YeveEaroyia. XpnoLUOTOOVTOS T YEVETIKY TOL TAN-
Bvo oD, 1 EMGTNUN VTN LEAETA TN YE®YPOPIK TOV ETTOAAGLOD TOV SUPOP®V YEVETIKDOV

dekT®V, cvpmepAappavouévov tov kKAnpovopoduevov acbevermy [101,108].
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2.4. T'oviowo kou voorpota
O oapBudg TV YVOOT®V KANPOVOUKOV VOomV Kot cuvopopmv ektipdror ot 4.500
(OMIM, 2007). Oswpeitar 0Tt | OTOKOIIKOTOINGT TOV YOVISIOUOTOG KoL 1] TOVTOTOINoN
vEmV Yovidimv degv Oa emnpedoovy 6e peydro Babuo avty v Tyun, av kot 6o odnyncovv
OTNV OELKPIVIOT] TOV VIOYNPI®V YOVIdI®V, DTEVBLVOV Y10, GCLYKEKPIUEVO KATPOVOUIKA
Voo uaTo, Kabmg Kol TV YOVISI®V-TPOTOTOMTAOV, 1] TOPOVGIN TOV OTOIMV GE OTOL00N-
TOTE OAANAOLOPPT TOPUALAYT) LTOPEL VO EMNPEAGEL CTLLOVTIKA TO, POLVOTVTIKE YOPOKTN -
PLoTIKA TG acBéveLnG.

Ta kinpovopikd voonpata (KN), mov mpokarodvtor and tig LeToAAAEELS GE Eval
yovidro, ovopdlovtar povoyoviorekd KN. Tlapd to peydro apiBuo toug (3.000-4.000), n
oLUPOAT TOVG 6T GLVOALKT] Voo pdTNTa Kot BvnopdtnTo givat HETpLa Kot aveépyetot Lovo
oto 1% [101, 102]. Qotdc0, oxeddv 10 od amd aVTE AVTIGTOLYOVY 6T TTLO GLYVE LOVO-
YOVIOLKA VOONUoTo, Om®G M KLOTIKN iveor, m oapoppodidio A, 1 pvodvotpoeio
Duchenne, 10 6Ovdpopo e00pavoto ypopocopatoc X, n eoawvvioketovovpio [110].

QcT000, TO TO GLYVA KANPOVOLIKA Voo pota eivan ekeiva otn maboyéveon twv
omoiwv gumAékovtol ToAld yoviola. 'Etot, tovddyiotov 600 yovidwa (BRCA1, BRCA2)
UITopovV Vo KaBopicouy TV avarTuEn TV KANPOVOLIK®V LOPPAOV KOPKIVOL TOV HoGTOV,
tpia yoviow (PS1, PS2, AAP) v avantuén okoyeveElOK®V HOPO®V TG VOGOL TOV AA-
toydipep Kou teprocotepa amd 10 yovidwa eivor Hrwomta yio v avamTvEn tov daPn, g
oLoPPEVELOG, TNG LOVIOKOTOOMTTIKNG YhY®oNngs, TG 0BNpOoSKANPOONG, ONAAOT, TV Ag-
youevov moivyovidtokadv KN. Efvotl onpoavtikd va onueiwbei 6Tt 1 eKOA®GT dvThv TmV
YOVIOLOK®MV HETOAAAEEWDV EEOPTATOL TTAVTOTE OO TNV TOPOVGIN TPOKANTIKAOV EEMTEPIKMV
Tapayoviov. ¢ ek ToVTOV, aLTEG Eivol Ol o oNUAVTIKEG TaBoAOYieC OTNV 10ITPIKT Kot
ovopdlovtar moAvmapayovtikd KN. H mayvcapkia, 1 ooteondpwon, n evoountpivwomn, 1o
EUPPaYLLO TOV HVOKaPOIoV, 01 TEPICCOTEPOL OYKOL, OL WLYIKEG KOl KApSLoyyELOKEG ToON -
OEIG EUTIMTOVY GE ALTH TNV Katnyopia, KaOdg eivol To amotélecpo TG aAANAETiOpaoNg
TOV TOAOV YOVISioV pe duopeveic mepiarioviikong tapdyovteg [102].

Ta xopoKTNPIOTIKE GLUGYETIONG TOV YEVETIKMOV TOPUYOVI®MV UE TOVG OLOPOPETL-
KOVG TOTOVG TV acbeveldv elvar ta €ENG:

» X1 o oA TEPItToT, o HETAAAAEN evog yovidiov, cuvnbwg oe éva and Ta

yovidora TeEMKNGS drapopomoinong (apocearpivn, SueTPoeivr, Tapdyovteg TENG
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TOV aipatog kot GAAa) pe vynio Pabud mbavomrag, kovtd oto 100%, mpokaiel
v acBévela

Ye «Nmeg» PETOAAAEELS TOV YOVIOI®MV TEMKIG OL0QPOPOTOiNoNGS 1) TV YOVIdi®V
vrevBuvov Yo vooruota pe kabuotepnuévn ekONA®MoT, EVIoYDETOL CTULOVTIKA 1)
GLUPOAT TOV YOVISLOUK®V TPOTOTONTMV Kol TOV EEMTEPIKMY TAPAYOVIWOV. ALV &-
mpedlovtol OA0L 01 POPEIS AVTOV TOV UETOAAAYUEVOV YOVIOI®OV, OAAG LOVO EKEL-
VOl TOV £XOVV TOVG AYOTEPO €VVOTKOVG GLVOVACUOVS. O YeveTIKOG EAEYYOS OTIG
OLKOYEVELEG LYNAOD KIVOUVOL VOSIUAT®V pe Kabvotepnpuévn ekdAmon («vocGog
EVNAIK®VY), OTTOG 0 AdEVOLATMOONG KOPKIVOG TOL TTOYE0G EVTIEPOV, O OIKOYEVELNKOG
KOPKIVOG TOL HOGTOV KOl TOV 0oONKAOV, 1 vO60G Tov AATo)ALEp, 1| VOGOG TOV
[Tapkivoov, Bempeitar onpuepa g pia omd T1g KaTELOHVGELS TNG LOPLOKTG LALTPIKNG,
KOl GUYKEKPIUEVO TNG TPOANTTTIKNY wTpikg (preventive ) [111].

H gppdvion tov tepiocdtepwv molvmapayoviik®v acheveldv yopaktmpiletot and
TG petoAaelg 1 and tov I'Tl e moALA yovidia. Ot petaAldEels avtég vepicTovTon
UOVO E TNV TAPOLGIN TV AVTICTOY®V apVNTIKOV TEPIPAAAOVTIKAOV TAPAYOVIWOV.
O €Aheyy0c TV YOVIOLOK®V OEIKTMOV KoL 1] TTOAVT] QOLVOTLTIKT TPOGUPLOYY| TOV AEL-
TOVPYUDYV TOVS, UTOPEL VO LEUDGEL GNUAVTIKE TOV aptBpd atopwmv 6to onoia Ha o-
vantuyBel N TOAVTOPAYOVTIKT VOGOS (OPTNPLOCKANP®GT, SN TNG, ELGPAYLL TOV
pookapoiov, vaEPTacn Kot GAAY).

O po-cLUTTOUATIKOG EVIOTICUOG TOV ATOU®V LE VYNAO KivOLVO 6T TOALTOPOL-
YOVTIKTY TaBoAoYio Kot 1 TPMOTOYEVIS TOVG TPOANYT, €ival 0 KOPLog GTOYOG NG &-
Eatopukevpévng tatpkng [7].

Q6T000, 01 HOPLOKEG LEAETEG TV TEAELTOUMV ETOV GYETIKA LE TO TPOPANUQA TNG

(POLVOTVLTIIKNG KO YEVETIKNG ETEPOYEVELNG TMV KANPOVOUIKAOV aGOEVEIDV deiyvouy avemdp-

Kew piog «yevetiknoy ta&vounong avlpomvev acheveldv. Opiopévot d1d.omot poplakot

BroAdyot, ya mapadetypo, o Kavadog emotipovag Lap-Chi Tsui, o omoiog €xet avakoi-

YEL TO YOVIOl0 TNG KVOTIKNG tveong, Bempobv TALOV amapyot®uév TNV EVVola TOV «LOVO-

YOVIOLOK®V 0GOEVELDVY, 0E00UEVOD OTL 01 KMVIKEG EKONAMGELS, OKOUT KO TNG TOVTOCT|UNG

petdArlaéng tov 1610V yovidiov (yia mapaderypa, delF508 tov yovidiov CFTR oty kvotikn

tvoon) mpocdropilovtar oe peydAo Babud amd to LELOVMOUEVO YOPUKTNPLOTIKG TMV TOA-

AV TpOoTOTTOMTAOV YOVISi®V 7oL  €mNPeAlovv TN  (QOIVOTLMIKY EKONAMOTN  TOL
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petoAdaypuévon yovidiov. EmmAéov, 0nwg damotmdnke mpoc@ato, mOAAESG KOWVEC 0oOE-
VEIEG, avAAOYyo HE TOV TOMO NG KAnpovoukdttoc (acOéveln Parkinson, acOévein
Alzheimer, dwaffnitng Kot GAAESG), umopel va £Xouv TOGO TN LOVOYOVIOLOKT], TOAVYOVIOI0KN
0G0 KOl TN TOALTTOPAYOVTIKY artiodoyio. Aapupdvovtag vedyn o1t OAeg ot acbéveleg Tov
avOp®OTOL, GLUTEPIAAUPOVOUEVOVY EKEIVOV TOV TPOKAAOVLVTOL OO SVCUEVELS EEmYEVEIQ
TaPAyovTeS (PLOIKES, YNUIKES, PloAoyikég), mvTa cuoyeTilovion Le Eva TOAD GUYKEKPL-
HEVO OTOUIKO YOVIdimpa. XVVET®S, OAEg ol avBpdmves acbéveleg, o€ kKdmolo Pabud pmo-
povv va BempnBovv o¢ kKAnpovoukés. Eivar onpovtikd, wotdco, va onueiwdet 6Tt povo ot
LLOVOYOVIOLOKEG KOl OPLOUEVEG TOAVYOVISLOKES acBéveleg KAnpovopovvtal. Xty mepi-
TTOGN TNG TOAVTOPAYOVTIKNG Taforoyiag kKAnpovopovvtal povo to Asttovpykd e&ace-
vuéEva aAANAOLOPPa, 01 SVGUEVEIG GLVOVOGOT TV OTTOI®Y UTOPOVV VA TPOKUAEGOVV TNV
avamtuén pag xpoviag achévelag 1 va kabopicovv v avEnpévn evacincio evog atdpov

ot dpaon dtpopwv emPrapav nepipailoviikdv mapaydvimv [112].
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Kepdlaro 3. IN'ovidwokd oikTvo Kot yoviola tpooradeonc

SOUPoVa 1E To YVOoTd a&iopa TS KAAGIKNG (ETIGNUNG) YEVETIKNG «TO OTOL00NTOTE (POil-
VOTLTIKO YOPOKTNPIOTIKO EIVOL ATOTEAECUA TNG EKPPOONG OAWV TOV YOVIOI®V, KOO Ko
av 1 EMOPOOT) TOVG TOAD UIKPN». ZVUVETAOC, eival dlkato vo aAnbevet Kot To avticoTpoQo:
«T0 KAOE YoVidlo emdpd GTO OTOLOINTOTE YOPAKTNPLOTIKO EVOG OPYOVIGLOV, CKOUT| KOL OV
N PovoTLTIKY ToL emidpaomn eivor pikpn» [113]. Avayvopiloviog thv eykvupdTnTa QVTHG
NG O1ITAENG OO EVVOIOAOYIKTG KOl PIAOGOPTKNG OOYEMC, £Vl AdVVOTO VO LNV G LEL®-
Ol n un emowodounTiky| g mpaktiky. [pdypatt, 6TmG avaeépdnke Kot TPONYOLUEVOS
(BAéme ke@dAoto 2), GTNV YEVETIKY LOTPIKTN 1O10ATEPO EVOLAPEPOV TOAPOLGLALOVY O TANPO-
(QOPLES Y10, TN GLGYETION OGS CLYKEKPLULEVNC TalBoAOYIOG LE TIG LETAALNAEELS EVOG YOVISioV
(novoyovidtakd VOGS LOTAL), SLUPOPETIKAVY YOVIOT®V (TOAVYOVISIOKES AcBEVELEC) 1 1) KOO1E-
POOT TNG CLGYETIONG HOG VOGOL UE TIG OAANAOLOPPES TAPOAAAYES OPIGUEVDV YOVIOI®MV
(mrorvmapayovtikég acBéveleg). H amokpumtoypdpion tov avOpdmivoy yovidsudpatog, 1 &-
TTVYl0 TG AELITOVPYIKNG YOVISIOUOTIKNG Kot TV Buyatpikdv g katevfhvoewv (Tpwotei-
VOUOTIKNG, LETAYPAPIKNG, LETAPBOALOUIKNG) HOG ETETPEYOV VO SIEVPVVOVUE CNUAVTIKE TIG
YVOOELS LOG Y1aL T AEITOVPYic OAGKANPOL TOV YOVISUDUATOS KO TV YOVIOI®V TOL G€ d10-
QOPETIKA GTASLN OVTOYEVESTG VIO PUGLOAOYIKEG Kot TABOAOYIKEG KATAOTAGELS. LNUEPTL,
avodHETAL LI VEQ ETIGTNUN, 1] «YOVISLOMATIKY Evempdtmons» (integrative genomics),
OV GLVOLALEL TN YOVISIOUATIKY, TNV OKoAoyia, TV €EMEN Kot TN VGLOA0Yio OCTE Vo
KOTOVOTNCOVUE KOADTEPO TIC EEEMKTIKEG OVVAELS TTOV SAUOPPDOVOVY TOVG UNYOVIGHOVG,
OTNUOVTIKOVG Y10 TIG OAANAETIOPACELS TV EWOMV 6TO PVGIKO TOVG TEPIPAALov. O oKomdg
™G €ival vo. cUVOYIoEL OAEC TIG GLUGGMPEVUEVES YVADGELS Y10, TO «EPYO» TOV YOVIOIDLATOG,
KOl VO TPOGOLOPIGEL TOVG TPOOTTIKOVG TPOTOVG OVATTLENG TG YOVISIOUATIKNG oTov 21°
awwva (BA. Kepdrawo 1). dvowkd, yuo va kotavondel pio 1060 peydin mocdtnto Tpaypo-
TIKOV VAKOV, OoTeitan (o VEO GLGTNUOTIKN TTPOCEYYIOT| LE TNV VITOYPEMTIKN CLULLETOYN
TOV VEOV TEYVOLOYIDOV Kot HEBOdwV avaivong. OAeg avTég 01 AmOITGELS IKOVOTOLOVVTOL
oo [0l VEQ TACT) TNG YOVISIMUOTIKNG, TN RETOYOVIOLOUATIKY] TANPOPOPLKY], Bacilouevn
OTIG NAEKTPOVIKEG BAGELS OEOOUEV®V TNG OOLIKNG KO AELITOVPYIKNG OPYAVAOGCTC TOV 0vOp®-
TVOL YOVIOI®UATOG. O1 cOYYPOVEG TEYVOLOYIEG TANPOPOPIKNC KOl Ol OMOTEAECLATIKEG Lo

Onpoatikég péEBodoL avdAvong amoTeAoLV To OEUEALN TG LETAYOVIOIMUATIKNG TANPOPOPL-

Kng [9].
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T'ovidwka dikTva

To onuavtikd PHEPOG GTNV UETAYOVIOLOUATIKT TANPOPOPIKT OVIKEL GTNV £VVOLL TOV «YO-
VIOLIKOD SIKTVOV». ZOUP®VO LLE TOV OPIOUO VOGS KOPLOOIOV EPEVLVNTI] GTOV TOUEN OVTO,
tov kafnynm N. A. Kolchanov (Novosibirsk), éva «yovidiakd diktvo» ivar por opddo
GUVTOVIGUEVMV AELTOVPYIK®OV YOVISI®mV Tov ££00QAAILEL CYNUATIOUO TOV POVOTLTIKOV
YOPOKTNPLOTIK®OV £VOG 0pyovicpob (Loplakav, Broynuikev, guctoroyikov) [9, 114]. E-
yovv avamtuydel kot Betidvovtor Tay€ws ot pEBodoL avasVYKPHTNONG TOV YOVISLUK®OV
SKTVOV SoPOPOV HETAPOMKDOV GUGTNUATMOV, CTLLOVTIK®V Y10 T1 AEITOLPYIL TOL OPYOVL-
opov. Mg Bdaon v mepiAnyn tov moAvdpBpmv, Kotd Kovova, S1oPOPETIKOV TELPOUATL-
KOV 0£00UEVAOV IOV ANEOT KAV 0t TN OOIKT] KOl AEITOVPYIKT YOVIOL®UATIKY], T1 LETOYPOL-
QIKT, TN TPOTEWVOUOTIKY Kot TN HeTABOAKY, £xel avamtuybel 101K TEQVOLOYiO OVAIGL-
YKPOTNONG TOV YOVISLOKMV SIKTO®V Y10 ovOpdmove, (ma kot putd. Xapn ot Toparive
teyvoloyia £xet onpovpynOei ) Pdon dedopévov GenNet, 1 onoia TEPIEXEL TIG TEPLYPAPES
v 37 yovidrokd diktva, vrevBuva yio d1bpopes LoTikég Aettovpyieg Tov avOpOTIVOL GM-
patog, Kabmg Kot TG TANPoPopies yio To HETAROMKA Kot pLOUIGTIKE GNiHaTe TOV EAEY-
YOLV, OALOKANPOVOLV KOl KATELOHVVOLV TO £PY0 ALTMOV TWV YOVIOLUK®V SIKTOMV.

[GenNet: http://wwwmgs.bionet.nsc.ru/mgs/gnw/genenetworks.]

Oleg o1 {oTikég depyaciec evog opyaviooD ivol OmOTEAEGLOTO TOV OAANAETL-
dpacemv N ¢ evooudtmong (integration) tov yovidok®v KTV Tov. ¢ S10KPITES Kot
AELITOVPYIKE OVTOVOUES KOWVOTNTEG TOV YOVISI®V Kol TV TPOIdVT®V EKQPOCNS TOVG, T
TOTKE YOVIOLOKE SIKTVA EVOOUATOVOVTOL (OAOKANPOVOVTOL) GE VO «TayKOGUL0 HIKTLO
0V opyavicpoO». 'Etol, chppova pe v PromAnpogopikr|, 1o k4be dtopo ivar éva mo-
YKOGUL0 OTKTVO IOV amoTEAEITOL OO TOAAG TOTIKE YOVIOIaKA diKTLa, ONANOT| TO «OIKTVO
TOV OIKTOOV».

"Exovv peketnBei Aemtopepdg ot unyovicpol tng aAANAETIOpaoN S Kol EVOOUATO-
oG TOV YOVISLOK®OV SIKTO®V oL pubuilovv to eminedo yAvkding oto cdpa, T cvvheon
OTEPOEIODMV OPUOVMV, TN AEITOLPYiO. MTOKVLTTAPWV (KOTTOPU AMT®OoVS 16T0V) [9], TOug
unyaviopove epvbpomnoinong [114] kot ta yovidiaxd diktvo oedmtikod otpeg (REDOX
regulation) [9, 115]. Ot Aemtopepeic TAnpo@opiec oyeTIKG LE Ta YOVISIOKA SIKTVO KOl TO
yoviowa redox, 1 EkQPacT TOV 0TolmV e£0pTATAL OO TO SLVOUIKO TG 0EEL00VAYWYNS TOV

KLTTapOoVL, dtatibetan otn devbuvon:
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‘Eva oymuotikd dtdypoppo Tov yovidlokoD S1KTOOV TG 0EEW0VAYWYNG, TOV &-
Eaoorilel ™MV TPOGAPUOYN TOV GMOUATOS OTO OLEWMTIKO GTPES, TOPOVCIALETAL GTO

Zymua 3.
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Zynipua 3. Fovidrako dixtvo pobuiong olerdoavaywyng, mov eacpalilel TyY mPocapuoyl Tov opyavicuov
OT0 0CEIOMTIKG GTPES, EVEWUATOVEL TOTIIKA YOVIOIOKA JIKTVA HEGH SAGIKOY UETAYPAPIKAY TAPAYOVTMV,

poromoquévo [115]

210 Zynua 3 mapovctdletal Tmg £va Yovidlako 0iktvo ¢ pvbong o&edoava-
YOYNG LEC® EVOG GLUGTILATOS POCIKAOV HETAYPAPIKOV TapaydvTov (Kupimv yovidiov, yo-
vidiov puOotdv (BAEre kKepdloto 2) evoouatdVeL 6 TOTIKE Yovidlakd diktva: avtio&el-
dwtikng tpootaciog (1), pibuong kuttapikon kKdkAov (2), avocoloyikng amdkpiong (3),
gvepyomoinong LETaPOAMGHOV GO PoL TTov givor ta yovidia epvBpomoinong (4), avtidopd-
oemVv o€ Bepikd ook kot vrroéia (5), amOTTOONS Kol SIKOTNG KVTTaptkoy KOKAov (6). H
YEVIKN 0EE1000VaY®YIKT pOOLIOT TPy LOTOTTOLEITOL LLE TIC 0EEIB0AVAYMYIKES TPWTEIVES, O
Kuprotepeg amd Tig omoieg eivan 1 Bupeo&ivn (TRX) kot o mapdyoviag 0EEB0AVAYWOYNG
(Ref-1) [115].
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Fovidlakd Siktua YUXIKWV Kat
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Fovidlaka Sixtua atodnTikwy opyavwv

FoviSiakd Siktua eVOOKPLVIKOU Kat VEUPLKOU
OUOTAPATOC

FoviSiakd Siktua stress wg andvinon opyaviopou
otnv nepiPardovriki £kBeon \
FovidLakd Siktua tng opoldotacns opyaviopol

Fovidrakd diktva kuttapikig Stadopornoinong, HopdoyEveong LOTWY \
KaL 0pyavwy, avantuéng opyaviopol

Fovidlakda diktua tou Kuttapikol KUKAou \

Fovidlakd diktua kuttapikou petaBoAopol (oUvBeon apuvotéwy, MPWIEIVWY,
DNA, HOPLOKG EVEPYELOKE OUOTATIKG W

Zynuao 30 H iepapyio Ty TomKdy yoviolaKav SIKTOY TOV EAEYYOVY TIG HEHOVWOUEVES LEITOVPYIES OF€ Eva

&eviaio yoviolaxo JiKTvo Tov opyavicuov, Tpomomomudévo [9, 114]

H evoopdtmon (integration) Tov 10pOp®V TOTIKOV YOVISIAKOV SIKTOMV TOV Op-
yoviopov umopel vo givar opriovtio ko kadetn (epapykn). H epapyio tov tomkomv
YOVIOLOK®MV OIKTUMV TTOV EAEYYOVV TIG LELOVOUEVES AEITOVPYIES EVOG EVIAIOD YOVIOLOKOD
SKTVOV TOV OpYUVIGHOV TTapovcstdleTat oto Zynua 3a. Ta yovidiakd diktvo dtapopeTcon
EMMEOOV AAANAETIOPOVY HETAED TOVS, GLVETMG, TO dikTva £VOG emmédov puBuilovv ™
Aertovpyia TV OIKTVOV 6€ dALa emimeda kol o0Tm Kaegng. Tavtdypova, Ta VELPOYLUIKA
Kol LETAPOMKA GTIHOTA AEITOVPYOVV MG OAOKANPMTES, OTMC EMIOTG KO T, ELOTKA OAOKAN-
poTIKA Yovidloka diktva (integrators). H opilévtia ohokiipmon givol 1 evoroinon tomv
YOVIOLOK®V OIKTO®V €vog emumédov. To mapddetypa g mapamdve oAoKANpmong ivot 1
TOPOKPIVIKT) OALOKATPOGT] TOV YOVISIOKADV OIKTV®V 1VGOLAIVNG KOl YALKOYOVOL TTov pub-
piCovv ™ yAvkdln tov aipartog. ‘Eva mapddetypo g KaOeTNg 0AOKAp®OoG £ivol TO Yo-
Voo 81KTLO Y T pHOLLST TG CHVOESNC TV GTEPOEODV OPLOVADV, TO OTTO10 EYEL TPl
emineda tepapyiog: Tov VITOOAAALO, TNV VITOPVOT| KOl TOVG TEPLPEPELOKOVS EVOOKPIVIKOVG

adéves. A&iler va onuelwBel OTL 0 EAeYYOC TNG OTEPOEIBOYEVEGNG OTIC KUTTOPIKES OOUES Kot
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TOV POV EMTEOMV, TPUYUOTOMOlEITOL omd Tov 1010 peTaypopkd mapdyovia SFI1
(steroidogenic factor 1) [9].

211 HETOYOVISIOUATIKY TANPOPOPIKT VIAPYOLV dV0 Poctkoi THTOL TV OAOKAN-
POTOV YOVISIOKOV SIKTO®V. TNV TPMOTN TEPITTM®GN, TO 110 TO YOVISL0KS dIKTLO Hopel va
elvat £vog 1€1010¢ 0OAOKANPOTNG. ['a mapddetypa, To yovidtokd dikTvo Yo v puduon Tov
KipKodiovov puhpov, otav avtilopupdvetol ta avtiotoryo eEotepikd epebdicpata, puOuilet
TOVTOYPOVE TOAAL YOVISLakd dikTva: amd TIC HETAPOMKEG dlepyacieg HEYPL KOl TOVG KUT-
Tapkovg KokAovg. Emiong, ot 01dpopot petaforiteg (YAvkoln, popeég evepyod oEuydvou
KATL.) Ko vevpoyvpukd orjpata (opuoves, petaypopucol mapdyovtes (SF1) Aettovpyodv mg
évag GALOG UNYavioOg OAOKANPMOOTG TOV YOVIOLOK®MV OIKTOMV. ZVUVETMOG, 1| OAOKAN PO
TOV YOVIOLOKOV SIKTO®V €lval VO TOAD GNUOVTIKOG TapAyovTag Tov Tpocsdtopilel v
TPOGOPUOGTIKY ATOKPIGT) OAOKANPOV TOV OPYUVIGHOD Kol TOV (OTIKOV GUGTNUAT®V TOV

o eEwtepikéc emdpaoelg [114].

I'ovidwokd dikTVO KO Voo pOTO

H Aertovpyio TV TOTIK®OV YOVIOIOK®OV SIKTO®V, KAODG Kol Ol TPOGOPUOCTIKEG TKAVOTNTES
O0AOKAN POV TOV OPYAVIGHOV OTIG HeTAParAdpeveg meptBarloviikég cuvOnkeg, o eEaptn-
0oV 0o To LOVOOIKA YOPOKTNPIGTIKA TV YOVISI®MV OV AVIIKOLV GTO OVTIGTOLYO O1KTLO.
Agv glvar Toyaio OTL 1] GOYYPOVN YEVETIKN €lvol ETIONG KO 1] «YEVETIKY| T®V GAANAETIOPAL-
oemvy» [85]. TIpokettar yio T1¢ AAANAETIOPAGELS HETAED TV YOVISI®V EVTOC TMV TOMIKMV
diktowv (gene interactions 1 yovidiakéc aAANAETOPAcELS), HETOED TOV YOVISIOK®DY Ot-
ktoov (integral interactions 1 aAANAETIPpAGELS OAOKANPOONG), KOODS Kot peTaé&d Tmv Yo-
VIOWOKADV OIKTUMOV KOl TOV TEPIPOALOVTIKAOV TAPAYOVTOV (TPOGAPUOCTIKEG OAANAETIOPA-
OELC).

Olot o1 Lwvtavol opyavicpol mapopoldlovtal e avolytd GUCTHUATO, TO OToln
Bpiokoviot oe cuveyn emaen| pe To eEmtepikd mepiPaiiov. Kabe epébiopa mov eicépyeton
GTOV OPYAVIOUO, TPOKOAEL TNV ATOKPIGT TOL GLYKEKPILEVOL YOVISIAKOV S1KTOOV, TO OTo10,
pe ™ Pondeia T@V KATAAANA®V OAOKANPOT®OV, LETAOIOEL TO ONUA GE AALN YOVIOLHKA Oi-
ktva. Ot BAdPeg mov mpokadovviot 6€ Yovidlakd diktvo amd Tig Yovidlakég LETOAAAEEIS N
1 AETOLPYIKN TOVG AVETAPKELN AOY® TMV AAANAOLOPPIKDV TOPUALAYDV, LTOPOVV VO KO-

TAGTPEYOLV 1] VO OLOGTPERPADGOVY EVIEANDS TO «EPYO» TOL OAOKANPOUEVOL YOVIOLOKOD
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SKTHOL, dNAOT OAOKAN POV TOV 0pYaVIGLOD. LT TafoyEveln TOV KAOE VOO LATOG EUTAE-
KOVTOL TOALA, AELTOVPYIKA GLVOPT] YOVIOLOL TTOL TPOEPYOVTOL OO SLOUPOPETIKA TOTLKE YO-
vidtakd diktva. Mali pe ta kopto yovidio Tov Tpokadohyv TV ELEAVIGT) VOGOL, VITAPYOLV
TAVTO KoL TO OEVTEPEVOVTO, GUUTEPIAAUPAVOUEVOV TOV TOAVAPIOU®V TPOTOTOMTIKMY YO-
VISi®V, 01 POIVOTLTIKEG EMOPACELS TV omoimv kabopiloviar o€ peydro Babud amd tovg
nepPoarroviikois mapdyovtes. H tavtomoinon avtodv TV yovidinv, n Katovonon Tov A&l
TOVPYIKAOV BAABOV 0TO EMIMESO TOMIKAOV KOl TOV EVOOUATOUEVOV YOVIOLOKDV OIKTO®V, 1
JEPELYNON TOV CAANAETOPAGEWY YOVISIOV-YOVISI0V 6T LOVOYOVIS1oKE Kot 11aiTEPO GTOL
TOALTOPOYOVTIKA VOSTLLATO, vl 0 KUPLOG GTOYOG TNG EEATOMKEVUEVIG LOTPIKTG. AgV V-
napyetl kapio opePorio 0Tt 610 £yy0G LEALOV, LLE TN YPNOT TOV LEBOO®V KoL TEXVOLOYIDV
™G PLomAnpo@opiknig, yio kabe acbévela Ba eivar Suvaty 1 LOVTEAOTOMGN TWV YOVIdio-
KOV SIKTO®V, TOPOUOIOV LE EKEIVO, TOV PLGIOAOYIKMVY JEPYOUCIMDV TOV COUATOG. (PAETE
3.1). Onwg, eniong, etvar avapeiforo 61t pe ) Porfeia TG PLoTANPoPopIKnG d1E1GOVOLVLLE
Babvtepa 6TAL LUGTIKG TOL AELITOVPYIKOD YOVIOUDUOTOG, KOTOVOOVLE OAO KOt TEPICCOTEPO
TOVG HOPLAKOVG UNYAVICHOVS TV avBpanivov acbeveldv. [Ipopavég elvar kot 1o yeyovog
011 670 €YYOGg LEALOV 01 KaBlEpOUEVES 10€€C Y1a TIG aoBEveleg Oa mpémet va avabewpnBodv
Kot vo. GUTANp®BovV, Aappdvovtag voyn To EMTEVYLATO TG AEITOVPYIKNG YOVIOUDLLO-

TIKNG, TG POTANPOPOPIKNG KoL TG HOPLakng toTpikng [9, 25, 114].

Toviowe mpoddOeong

Ta yovidia mov oynpatiCovv tov doptkd Tupniva Tov Kdbe yovidokov dktHov givar ToAv-
HOPPIKA, GUVETMG Ol OAANAOLOPPES TAPOUAAQYES TOVG Elval AEITOVPYIKA OLOPOPETIKES.
Avt6 onpaivel 6t ko Ta yovidlokd diktua kabe atdpov Agttovpyohv EMIOTG SLOPOPETIKAL.
Xapn 610 YEVETIKO TOAVUOPPIGUO, KAOE ATOHO £xEl TO OIKA TOV «PlLoyMIUKE OTOTLTM-
LT, TO O1KO TOV TPOTLTO TOV AELTOVPYIKAV BLOYNUKAOV OVTIOPAGE®V, TIG OIKES TOV TPO-
COPUOCTIKESG IKOVOTNTEG 6TOVG emPAaPeic mepiParioviikos mapdyovtes. H yevetikn| mot-
Kihopopoia kabopiletl to yeyovdg 6Tt GA0L 01 AvOpTOL AVTIOPOVV SLUPOPETIKA GTOVG EEM®-
TEPIKOVE TAPAYOVTES, OTIG AOTUMEELS, GTO TPOPILA, GTIC EMOPAGELS TOV TOEWVAOV KOl TOV
vopKOTIKOV. Ta Tapadelypota Tov S1omposOTIK®V S1opopaV eivol Tolvdptua Kot Tept-
Aappdvovv ) cvyyevn dvcavesio otn AakToln (AviKavOTNTO ATOPPOPNONG TOV PPEGKOV

YAAOKTOG), TNV avénuévn evoncOnoia oe yYAvkavidlo coravivig (ot Tpdotvn TatdTa) Tov
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avaoTéALEL TO €viopo yevdoyolveostepdon. Emiong, ota dtopo kitpvng UANG Tpoka-
AOVV EKmANEN Kot o1 €BVIKEG d1apopEg TG evocONnciag 6To AAKOOA AOY® EVOG LYNAOL
(¢wg kot 50%) emmédov petaArdEewv oto yoviota oAkoOANG TG oAdEDONG apLOPOYOVA-
ong. Ot atpot yvopilov Tig TAnpoPopieg Yo owkoyEveleg e tpodidbeon ot abnpockin-
PG, 6TO OlaPNTN, OTIC KapdlokéC TAONCELS, 0TI TOONGELS TVELUOVOV, VEPPDV, GTIG 010
VONTIKESG O1TOPAYES, OTIS AAAEPYIKEG b oelg Ko otov kapkivo. H atopikn dvcavetio
oTO QAPLLOKa, 1 SLPOPETIKY evaicOncia oTig Toiveg Kot oTovg emPAafeic meptPaiiovTi-
KOVG mapayovtes, Pacifoviol ETiong 6T LOVASIKA YEVETIKA XOPAUKTPLOTIKA TOV KAOE o~
T6p1ov[81]. Ohot ot dvBpwmot dapépovy 0 évag amd Tov AAAOV Oyt LOVO GTa EEMTEPIKA,
OALGQ KOl GTO EGOTEPIKA PLOYNUIKA, PLGLOAOYIKA KOl WYVYOAOYIKA XOPOKTNPLOTIKA TOVG.
AVTa T0 YOPAKTNPIOTIKA ATOTEAODV TO POVOTLTO KAOE 0TV, 0 0moiog aviikatonTpilet
TIG OTOMUKES OLOTEPOTNTEG TOV YOVOTVTOV TOV KOl VAOTOIEITOL O LEPOG TOTIKMV KOl EV-
COUOTOUEVOV YOVISIOIKOV SIKTV®V VIO 0PIoUEVES TEPPOAAOVTIKEG GLUVONKEC.

Ta 0189opa YOPAKTNPIGTIKA TOV PACEMY YEVETIKOD TOAVLOPPIGLOD OVAAOYOL LLE
TIG YEOYPOPIKEG GLVOT|KEG, TN 01 TPOPT], TN PLAETIKY (eBvoTiKN) VapEN VITOdNADVOLY TV
EMIOPAOT PLGIKNG EMAOYNG. L& OPIGUEVES TEPIMTMGELS, YEVETIKOG TOAVLOPPIGUOC UTOPEL
VO TPOKOAEGEL, 1 AVTIOETMG, VO ATOTPEYEL TNV ELPAVIOT] TV daPOp®V acBeveidv. ['ovi-
o0, 01 CAANAOLOPPEG TOPOALAYES TV OTOLMV, VIO OPIGUEVEG CLVONKES, TPOSBETOVLY GE
oplopéveg acbéveleg, ovopalovot yovidre wpodiabeong [116]. 'Etot, ta yovidia mpodid-
Beong etvar o petoAlaypéva yovioro (0AANAOHOpea) Tov ivar couPatd pe ™ yévvnon
Kot ) {on 6T HeTayevvnTIKn mepiodo, aAld Vo opiopéves duopeveic cuvOnKes GLUPAA-
Aovv otnV avartuén pog vosov [8].

AvaAioya pe Ta YOPOKTNPICTIKA TG OpAoNS KO TOV pOAOL TV YOVISI®V OTIG Le-
tafoléc diepyacies, oraxpivoviar cuvnBmG 0plIoUEVES OLADES YOVIdI®V Tpodtdheonc: Yo~
viowe «eE@TePIKOV TEPIPALLOVTOCY, YOVIOwn «evepyomoinone» (RETUPOMKES amOA]-
Ee1c) Ko Yovioro TOV KVTTUPIKAV vodoysmv [7, 69, 70], yovidwa avocoroyikig dpv-
VOGS, YOVIOLO «Y1PUVONS», TOAVAPLONA YOVidrLa TPOodLadEoNS OE TOAVTTUPAYOVTIKES O-
c0évereg [8]. Ot dvopeveic ouvovaoHOl TOV CAANAOLOPE®Y TOPAAAAYDV OE £va 1| OF
TOAAG YOVIO10K( STKTLO VTOKPVTTOVV TIG AGOEVELEG OTIMG 1) BN POCKANP®GN, 1| GTEPAVIOiN
vdG0, 1 06TEOTOP®OT], 0 duPNTNG, T0 PpoyyiKd dobuo, ot dykol Kot ot d1dpopot THTOL

HOLEVTIKNG Kol YOVOIKOAOYIKNG TtalfoAoyiag. [ ) didyvwon KANpovoukdv vocsmv 6Tnyv
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KAMvikn mpoaktikn oM epapuolovton wepimov 1.000 yevetikég eéetdoelg kot mepimov 300
Bpiokovtar o 61Ad10 TPO-KAVIKAG dokiung [111]. Mia opdda yevetikdv eEgtdoemv yia
TOAAEG GLYVES TOALTAPOYOVTIKES ac0EveEIEg avanTOiooeTOL vepyd Kot oM Ppiokel Tpa-
KT €popproyn. H tavtomoinon 6Awv tov avipdmivev yovidiov, 1 avaKaAvyn Tov vEmV
YOVIOLOK®V SIKTO®V TTOL TPOPOSOTOVV TIG CUOVTIKOTEPES LETOPOAIKES 000VG TOV GMOLO-
TOG, AVEAVOLY CNUOVTIKA TIG OLVATOTNTEG YEVETIKOV EAEYYOL TNG YEVETIKNG TPOdabeong

KaOAdG Kol T oNUosio TG WTPIKNAG YEVETIKNG CUUPBOVAEVTIKNG.

3.1. Zrparnyuc) avaltnong Tov yovidiov tpodidfcsong
H petayovidtopatikr TAnpo@opikn £xel EMTHYEL GNUOVTIKE OQEAN GTNV OVOGVYKPOTN O
TOV YOVIOLUK®V SIKTV®V KOODG KOl TN LEAETT) TNG OAOKAN PO/ EVOMUATMOOTG TOVG KATA
NV O18pKELD TOAADV HETAPOAKAOV SEPYUTIDOV VIO PLGIOAOYIKEG GLUVONKES. AVGTLY(DG, N
EMLELYT) TANPOPOPLDV Y10, TO, YOVISLH TOV GYETILOVTOL KON KOl LLE TO TTLO GLYVA TOAVTO-
POYOVTIKG VOGTLOLTOL, TTEPUTAEKEL CILOVTIKA Kot KaO1oTd ad0vaTn TV TANp1 0OAOKAN PO
TOV OVTIGTOLY®V YOVIOLUK®V SIKTVMV. XTIC LEAETEG TOV O0POPOV EMOTNUOVAOV, 1| GTPO-
mywn avalinong tov yovidiov mpodiédeonc facictnke oto akdrovBo cyédio.
1. H gmioyn TOv mOavOTEP®V VTOYNPLOV YOVISIOV BAcT TV 110N S100EGILMY OE-
SOUEVOV GYETIKA LLE TNV oTloAoyia Kot TV TafoyEVeLa PG CUYKEKPILEVIS VOGOV,
TG KUPLEG UETAPOMKES, PLOYNUIKES KO AEITOVPYIKES SLATOPOYES TTOL TPOKAAOVVTOL
amo TV Ttaforoyikn Stodikacio.
2. H egmioyi TOV AEITOVPYIKE CROVIIKAV GAMAOHOPPMV TOV AVTIGTOLY®V YOVI-
dilowv mov Bacilovron og avdivon ™ Biproypapiog Kot Tov AtadiktHov.
3. Haln0vopoxn avédivon tov oAANAOLOPO®Y GLUYVOTHTMV KOl TV YOVOTLTTI®V Y10
T0. OVTIGTOLY A YOVIOL0.
4.  H ovoykprtikn] avdivon Tov 0AANAOLOPP®Y GLYVOTHTOV KOl TNG KATOVOUNG TMV
YOVOTUTOV Y10 TO OVTIoTOLYA Yovidlo o€ acbevelg pe KAvikd emaindevpuévn od-
YVOON NG VOGO Kol G€ VY] ATOUa TOV 10iov TANBVGHOV, TOV EMAEYOVTOL GULL-
(OVA LLE TOV TOTO «ACHEVIG- LAPTVPACH.
Ot pehéteg mpémel var S1eEAYoVTIOoL LE OVTUTPOCMTEVTIKG OelypoTa achevov Kot

do0toVv (tovAdyiotov 100 dropa o KaOs opdon).
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dvokd, o térota peyaAn, ypovoPBopa Kot damavnpn dtadikacio dev €yyvdTot
OTL O1 EVIOTGUEVEG OAANAOLOPQOES O1APOPES EIVOIL ONUAVTIKEG GTNV TABOYEVETIKT] 0ALGION
avtg TG acbévelnc. Onmwg dev amokAeietar Kotd T drodikacio avtn va £xovv yabel Ka-
TOL0. GNUAVTIKE YOVidlo Kot 01 TOAVHOPPIGHOTL TOV {d10V 1 Kot GAAOV YOVIOL0KOD SIKTVOV
OV EUTAEKOVTOL 6TV acBévela. Agv €yyvdrtorl Koveig Kot To YEYOVOS OTL 01 KAVIKE d10.(pO-
PETIKEG LOPPEG TNG EEETALOUEVNC VOGOV UTTOPOVV VO EXOVV Kol SLOPOPETIKO TPOTLTO TWV
VITOYNPLOV YOVISI®V.

H yoptoypdenon kot 1 To0Tomoinen TV VTOYNELOV YOVIOIUK®V JEIKTOV TPOY-
potomoteitan €ite 6€ 0IKOYEVEIEG LYNAOD KIVOHVOL TOL LIAPYEL £vog acBevng, glte o€ o-
pada un oxetilopevov pe avtn v maboroyio acbevav [80]. H pedét mepilappavet did-
(Qopa oTAdLL:

1. Toavtomoinom twv YPOUOCOUIKOV TOTOV TOV eVTOTILovV Un TuYaio cHVOEST LE TN
vdGo.

2. Xaptoypaenon pe m xpnon tov SNPS tov eEmyevav (ecadvia) kot evOoyevav (&-
EOVI) TEPLOYDV, GLVOEOEUEVMOV GTEVA LE TNV 00OEVELOL.

3. Toavtomoinon vroynelov yovidiov ypnoiponoimvtog faoelg dedopuévav | pebodovg
poplakng (QUOIKNG) YapToypdenong (KUETOTOMIONY, «OALO» TAVEO GTO YPMUO-
copa) [35].

4. Ae&aymyn g GVYKPLTIKNG avAAVoNG OAANAOLOPP®Y GLYVOTIT®V KOl YOVOTLTT®V
v o avtiotoyo yovidin otov mAnfucud yevikd kot 6toug acheveig pe avt

v0OGO0.
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Apxry

Enavdinyn 1

Enaviainn 2

Enaviinyn 3

ZYNOAO

TIMH
TONIAIA

Exéva 3.1 Avalijtnen twv yovidiov npodiclsons yia Tov Kapkivo Tov mpoctdty pe elétacy 0i6Kkinpov
T0v yovididuazrosc GWAS (IT — aclevijc, K -udpropag) [35].

Bcwpeiton 0L Ta ETOUEVA YPOVIN, M XpTIoN TG TEXVoAoYiag HapMap Oa sivon og
Béom va evtomicet kot vo aEloAoYNGEL T GUUPOAY] LELOVOUEV®Y YOVISI®OV KOl OMOKANp®V
YEVETIKOV SIKTV®OV GTN YEVESN OA®V TV GLYVAOV TOAVTOPAYOVIIK®V voonudtmv. 'Hon,
&xel mpaypoatonombel otov ST, TNV 0GTEOTOPWGT, GE OPIGUEVEG LOPPES KapKivov,
ot opBaipikég madnoelg kol oe dAha akodun voonuata (PA. Kepdiowo 1). ‘Etol, og pua
peyaang kKAipakog perétn yio v avalijtnon tov yovidiov tpodtdfeons Tov KapKivov tov
npootdrn, Exovv eEetaotel detypoto DNA and 1.150 acBeveig kon 1.150 pdptopeg (opddo
eréyyov) (Ewova 3.4). Eexvavtac amd v avdivon ovvdeong 500.000 SNPs, oe didpketa
POV SO0YIKOV GTAdI®V 1 TEPLOY] YOVIOI®UATIKNG avalntnong £xel pewwbel oe 200
SNPs, kot tedkd £xovv evromiotel 15 vmoymeia yovidia, 1 LeAETN TV omoiwv cuveyileTat.
(www.labo.lu). Me v evkaupia, OAN avtq 1 epyacia kKootioe 18 exatoppvpio Sordpo!
[112]

[T amoTeAeGHATIKN KOl GUYYPOVN GTIG GNUEPIVT ETOYN EIvOL 1] HEAETT CVOYETL-
61S 0AOKANpov Tov Yyovidrwpatog (Genome Wide Association Studies - GWAS) Baot-
opévn oto tpoypoppe HapMap 6e Guvovacpd e TV TEYVIKN TV LIKPOPBLOTGIT VYNANG
avéivong (PAEre kepdlawo 4). H pnébodoc emrpénel va gvromilovror Tavtdypova OA0 To
SNPs mov texpnpropéva oyetiCovral pe g cuykekpipévn acbéveila. I'vopilovtoag v o-

Kkppn Tomobéton tov kébe SNP Gtov ¥dptn ToL YOVISUDUOTOG, UTOPEL VO ovOyVOPLoTEL
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&va VTTOYN P10 YOVidlo, OTMG eMioNG Kol OAEC 01 OAANAOLOPPES TaPAAAAYEG TTOV GYETILO-
vton pe ) vooo (PAEre Kepdiowa 5, 6). Mo 6OVIOUN 0VAALGN TOV EMGTNHUOVIK®OV EPYO-
o1V oV oYeTIloVTOL PE TOV YEVETIKO €AEYY0, OMOOEIKVOEL TO YEYOVOS OTL 1 TEXVOLOYiNL
GWAS pne BePatdomnta amoteAel ) Pacikn texviKn Yoo TV avalTnon TV DTOYNeLmV
YoVIdlwV 6€ OAM TOL TOALTTOPAYOVTIKA VOGTLOITOL.

‘Eto1, 1 extetopévn elcaywyn Tov GLGTHHATOS VYNANG avdivong HapMap kou 1
Tayeio TpA0OOG TNG PLOTANPOPOPIKNG KOl TG LOPLOKTNG LTPIKNG GE OLTOV TOV TOUEN GvOL-
Eav HeYGAEG TPOOTTIKES Y10 TN YOPTOYPAPNOT TV VIOYHPLOV YOVISI®V TG TOAVTOPAYO-
vtk g maforoyiag. Katd v amdktmon tov a&omictov arotelesudtov (p <0,0005), mov
ATOJEIKVOOVY TNV VTLAPEN GOPOVS GUGYETIONG VOGOAOYING [LE OTOLOONTTOTE AAANAOLOPPO
N GLVIVAGLO CAANAOLOPP®V, T EMOUEVO. PLLOTA GTNV TPOKTIKT EQAUPLOYT TOV YEVETIKMOV
oKDV £Y0oVV MG EENG:

1. Tpo-cvpmtopatikol (mpoAnmrucol) yevetikol EAeyyol G€ OKOYEVELES DYNAOD KLv-
dvVov.

2. TIpoomtikoi yeVETIKOL EAEYYOL ULE VTOYPEWDTIKY TAPOKOAOVONOT TOV ATOU®DV VY-
A0V KIvOUVOL GUUPOVOL [LE TOL OTOTEAEGUOTO TV OOKILMV.

3. Tuyaior tpoyveoTtikoi EAeyyot.

Ot televtaiot 01edyovTal EVPEMG LOVO GTIG KANPOVOLIKES aoBEvetleg kabvoTtepn-
névng ekdimong (voéoog tov Huntington, otkoyevig (KANpovouikog) Kopkivog Lootol Kot
®oONKOV, KapKivog TayE0c EVIEPOV, OIKOYEVEIG LOPPES TNG vOcoL Parkinson kot g acé-
velag Alzheimer [117-119].

O mBavoAoyKdS YopaKTPOS TOV KAMEPOUEVOV OAANAOLOPP®Y GUGYETIGUMV
HE TOALTTOPAYOVTIKT TOBOAOYiO, M OTOYN Kol GLYVE AOVVAUT CVOTOPOY®YIKOTNTO TOV
OTOTEAECUATMOV GE OLOPOPETIKA EPYOCTNPLOL, GE SLOPOPETIKOVS TANOVGOVE Kol GE dLopo-
peTIKG detypata acOevav, dnuovpyodv coPapés OVGKOALES TNV Evpeia EIGAY®YN TOV Ye-
VETIK®V QOKILACIDV TNG YEVETIKNG mpodldbeons oe kowég coPapéc achéveieg. Avtd Oa
UTOPOVGE Vo O1EVKOAVVOEL e TIC TPOOTTIKEG YEVETIKEG LEAETEG, OTIG OTOIES T OTOTEAE-
opota o a&toroyodvtor petd and mpaypatikd yeyovog (post factum), dniaon o€ peyaio
YPOVIKO S1AGTNUA LETA T SOKIUN. AVCTUYADGC, Ol AVTIKEWEVIKES SUGKOAEG GTNV 0pYAVOGN
Kot 6TV 0E0AGYN O TOV HOKPOTPOOES UMV OMOTEAEGLATOV, KOOIGTOVV TEPITAOKN TNV V-

Aomoinor| Tovg. Q¢ ek TOVTOV, OV LIAPYOVY AKOUN OEIOTICTEG TPOOTTIKEG LEAETES Y10 TOL
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OTOTEAECLOTO TV YEVETIKOV eEAEYYV. Eni Tov mapdvtoc, ol mapdpoleg tpoonddeieg mpay-

patomolovvtol oe acbevelg pe kapdlayyslokn taboroyia, Kabmg kot pe Bpoyykod dcuo

[120].
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Kepalaro 4. M£00001 HEAETNG YEVETIKMOV TOAVUOPPLEULAOV
Onwc 0m €xet avapepOel, 0 TOALHOPPIGUOS Kot 01 HETOAAAEELS elvar atvoueVa TNG 1010.G
TaENG, Tov TPOKAAOVV TIg dopkéG aAlayég Tov DNA. Ot uébodot mov ypnoipomolovvton
Y10l TNV TOVTOTOINGT TV CAANAOLOPP®OV TOPAALAYDV, SNANOT Y10, T LEAETN TOL YOVIOL0-
KOV TOADHOPPIGLLOV, €IVt 01 IO1EG [LE EKEIVES TTOV YPTGLULOTOLOVVTAL KOt Yol TV ovalTnon
TOV peTaALGEemvy. Xdapn otic moAvdpOpeg LEAETES TOL aVOPOTIVOL YOVIOIOUATOG £XEL Yi-
VEL G UOVTIKT TPO0O0G GTNV aVATTLEN BOMK®V, 0VEEOO®V KOl OMOTEAECUATIKMV HEBOO®V
OV YPNGLLOTOLOVVTOL GTNV OVIXVELOT T®V UETAAAAEE®Y, ONAOON GTOV TPOGOOPICUO TMV
TOGOTIKMOV KOl TOLOTIKAOV GALOYDV THG TPOTOPYIKNAS doung Tov popiov DNA [7, 64, 121].

"Exovv avomtuyBel kar ypnoiponoodvror eupémg yo TNy avoalfTnon Kot TaTo-
noinon Tov petaAldEewv (moivpopeiopuadv tov DNA) moAléc d1dpopeg 1néBodot, o Guvo-
MKOg aplBpog twv omoimv wpooeyyiletl T1g ekatd. H mepiponun alvocidmt) aviidpoomn mo-
Mpepdong (PCR) anoteAel T Pdon TG CUVIPUTTIKNG TAELOYNPIOG QVTOV TOV HEBOIWV.
H amokdivyn g PCR éywve amd tov Apepikavo emotipova, tov Kary Mullis wov to 1992
10V anovepndnke to Ppafeio Noumed [122].

Ytov Ilivaxa 4% divetor évag KATAAOYOS TV GLYVE YPNCYLOTOMUEVODV CTNV

TPAEN LOPLOK®V YEVETIKOV HEBOOMV.

MEG®OAOI MOPIAKHYX 'ENETIKHX
1. Tolvpoppiopdg oto Mnfkog tov Evioyvpévov Opavopdtov (AFLP  -Amplified Fragment

Length Polymorphism)
2. Tolvpopeiopdg oto Mrkog twv @pavopdtov Iepopiopod (RLFPs - Restriction Fragment
Length Polymorphisms)
Aaywpiopdg pe Ao - Atopdovoon (EMD)
MéBodot avrtidpaong Aydong (LDL, LCR, Padlock)
Ae6duTiky didoracn Tov oAryovovkieotidimv (Sidomacn Cleavase |- Cleavase invader assay)
Tuyaia evicyvorn Tov rolvpopeikod DNA (RAPD, AP-PCR)
PCR pe Gueco teppotiond covbeong (DT-PCR)

© N o g ~w

Avéivon ITolvpopeicudv Atopdpewong Movokhovov DNA  (SSCP -  Single  strand
Conformational Polymorphism)

9. Heteroduplex avéivon

10. AMnmAodyion DNA (DNA sequencing)

11. Mivi-adniobdyion

12. AMAnro edikn PCR 1 Mé6odog alAfioedikdv oityovovkieotidimv (ASO)

13. Molikng pacuatopeTpia
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14. PCR mpaypatikod yxpovou

15. MéBodot pkpocvueToLyidv

Ilivaxag 4* MéBodot poproxng TovTomoinons Ty ueTolldsewy

Avdroya pe Tov oKomo Tov Ba ypnoyoronel, OAeG o1 poplakég yeveTikég nébo-
dot daywpilovtal 6 dVO OPAOES: 01 LEBOOOL TTOL GTOYEVOVV TNV OVIYVELON TOV AYV®-
oTOV LETOAAEEDV Kol 01 LEBOJO1 AVAAVONE TV YVAOGTMV LETAIALAEE®V. ZTIG LOVOYOVI-
dtokég achéveleg ouyvd yivetor Adyog Yol Tn TOVTOTOINoN Hag Ayveootng LETOAAAENG ot
£va YvooTo Yoviolo. Otov HEAETALE TIG OAANAETOPACELS GTO TOAVTOPAYOVTIKA VO LLOLTO,

TO QVTIKEILEVO NG €pevvag etvat ol yvmotéc molvpopeikéc Béoeic. Ot mAnpopopieg yia Tig

YVOOTEG 0VTEG LETOAAGEELS Ppiokovian oTig avTicTolyes faoelg dedopévav Tov DNA mov
dnupoactevovtat 6to Atdiktvo (PA. Kepdiaa 1, 2).

O Baokdg orxomdg TG Tapovoag epyaciag eivar va 600l peyaldtepn mpocoyn
OTIG EATOOPOPES GVYYPOVES LEBOOOVE TNG NOPLEKNS YEVETIKNG OVAAVGNG TOV TOAVLOP-
OdV Bécewv kot petaAraEemv. Ocov apopd tig Pacikéc pebddovg Ba avapepBodv e

GUVTOUN TTEPLYPAPT.

4.1. Baowkég péBodotl aviyvevong peTtarhacemv

Mia amd T1g KOpLeEg KO 1IGTOPIKA TPMTES LEBOOOVS TOVTOTTOINGNG TV HETAALAEE®MY NTaV 1
uébodog vPpdopov (Southern blot) Tov Tpotddnke to 1975 amd tov Ayylo emoTipova
Edward Southern [123]. Tt oyeddv 10 ypodvia, avti n uéBodog mapéueve n uovn a&lomt-
ot néEBodog Yo TV aviyvevon petaAddEemy Tov d1apopwv yovidiov. H ovoia ¢ puedo-
dov givar 0 mepropiopog tov yovidtwpatikoh DNA and pia 1§ mepiocdtepec evOOVOuKAED-
0€G, e ToV enaKOAOVO0 Slaympiopd Towv Opavcudtwv DNA (avdAoyo Tov pHoplakol Tovg
Bapovg) pe NAEKTPOPOPNON GTO THKTMOUA oyopOlNng. TN GUVEYELD TPOYLOTOTOLEITOL 1) O~
notOnmo: ta Opavopata tov DNA petapépovial oe mokvo eopéa (piktpo kutTapivng 1
vénlov pepppdvn). To otepempévo ent tov epidtpov DNA vBpidomoteiton pe toug emon-
pacuévoug aviyveutég tov DNA, ot omoiotl kaBiotovv dvvarn tov akpipn tpocdlopioud
TOV EVIOMIGHOV KOl KOTE GLUVERELD, TOV HEYEHOVE TOL EMBLUNTOL YOVIOIOUATIKOV Bpard-
opatog DNA. H avaykn yia 11 avaAddoelg tov kabopdv tapackevacudatov tov DNA, n
YPNOT TOV POSIEVEPYE ETICT|ULOCUEVOV OVIXVEVTAOV, 1] LEYAAN O1dpKELD KO 1) EITOVT] O10-

dwacio, kabiotobv T LSO avEPIKTN Kot domavnpn Yo TpaktTik ypnon. [apoia avtd,
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€M1 TOV TOPOVTOC, 01 SAPOPES TOPAAAAYES ALTNG TNG HeBOdOL EakolovBovV va ypnoipo-
TO10VVTOUL Y10 EMGTNUOVIKOVG KOl 010y VG TIKOVG okomovg. [Ipodkettal yio tnv vpproomoi-
non DNA - aviyveut@v pe to niektpopopntikd dtaympiopévo uopta RNA (Northern
blot), kaBd¢ kot yio Tig NAEKTPOPOPNTIKA S0 MPIGUEVES TPMOTEIVES, GTEPEMUEVEG GE PIA-
Tpa. pe emonuacpéva avticouata (Western blot). Ziuepa, n pébodog Southern blot ypn-
CULOTOLEITOL Y10 EVIOTIOUO TOV EKTETAUEVOV UETOAAAEEDV TTOV emnpedlovy TN doun Tov
yovidiov (peyddeg dwaypagéc, mpocOnkeg, emikaAidyelg). H mapovoia tov ektetopévov
AypapaOV, TPOSONKOV, ETUVIANYE®DY, KOOMG Kol TOV GNUEK®OV UETOALIEEDY GE OT)-
peto mepropopod, odnyet otig petaforés tov peyébovg towv Bpavoudtomv TEPLOPIGHOD
[35].

Ye avtifeon pe ™ pébodo amotdimmong - vPpdomroinong (Southern blot), n omoia
OV €xel 10101TEPO EVOLOPEPOV Y10l TOV EAEYYO TOL YEVETIKOV TOALLOPPIoUOD, 1 HEB0SOG
aAcOTg avtidopaong moivpuepdong (PCR), pumopel dikaing va Bewpndel og n Pacikn|
uebodog g ovyxpovns DNA d1dyvoong. Me ) xpnon e PCR péca oe pio dopa o opid-
nog evog Bpavopatog yovidiopatikod DNA avédaveton exatoppopia gopés. To yeyovog
avto o€ peydro Pabud dtevkoAvvel T tavtomoinon g extBountg petdAraing 1 Tov mo-

Apopeicspov. 'Eva oynpatikd duaypappa e PCR napovsialetor 6to Tynuo 4.1.

Gp:xécuu DNA-emBupnti evial(uan

A"Osld‘aﬁn Kalavd’“non EKKlVﬂtdW ISR EEENSSANEEnEENEERERnEL

EESETE Y i |ENEENERENARNERpSEENES .-,
SEEEEENI E@W_WI_DM OOy
- |SSSSENESENEENERESEREE .- -,
- T T L,
ISENEEEE
S OO L,

(ENERNEN

(AN ANENE RN RN
Opavopa DNA - emBupntr evioxuon
¥ 2 5 v

Anodidragn Kat avontnon EKKWNTWY (RENSENSRRRRANERRRRRRRRE

[EESESEEE, ol IO T L L,

CITCT gy -Enukovon DNA SRS TR RmsanasnRaREans!

- SRR RARARRARRR R s ma. ..

e - T T LL

LOCOOCry

— OO O

ISR RENS e - (SR NEANASENENNERNRENAENS
ISNEENENI

_.l.u.l-u.L. - ISERESRERERARRERPESREanS -,

[ (SENENNNRAREANAEPEEEE S -,

IENENNEN — s OO L L

et OO OO,

LU —_— - OO OO RO,

—— (E NN NNARRRRRmAapaamasns )

LY - INENEENEENNESNRAPEEREE S -,

(ENEENEN SARNEANRENESENEENEENEN

20-30 kOKAOL

Zyipa 4.1 Alverdwti avridpacn rolvuspdons [35]
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H avtidpaon de&dyeton og kabopiopéva 01000y IKAE 6TAda, LLE TN Yp1ioN TV Oep-
UIKOV KUKAOTOUTOV, EOIKOV UNYovnUATomVy To omoia Kadiotovv dvuvarr T puduion kot
drnpnon pog cvykekpipévng Beppokpaciog oty avtidpacn. OAla To GVoTATIKA TNG O-
vtidpaong, DNA-pftpa, oltyoekkivntés, £va petypo 660EuVouKAE0TIOI®MVY Kot pio Beppio-
avektiky DNA moAvuepdon, mpootibevian oe éva €181kd puOuiotikd didivua (buffer)
Myo mpv TomoBetnBei 0 cwANVAG e TO Hiypa TG avTidopaong o€ Evay Bepuikd KukAomot-
NM. £10 TPMOTO 6TAd0 (6T ATEdATAENS), | VIO peAéT dikAwvn DNA-untpa peto-
TpEMETaL 68 LOVOKA®YN Hopo1| e BEpuavon yuo Alya Aertd (30 sec — 1 min) og Bgppokpoa-
ola 94 - 98° C. H mepartépm dradwkacia eivor 1 evorlioyn TovV KOKAOV:

v YPBpudropdg (annealing) tov DNA pe exkivntég

v Empikvoven ] cOvleon Tov oAANA0U IOV copumAnpopotikdy e uitpag DNA

v’ Amodiarogn (uetovsimon) TV TPoKLLTOVGHV SopdV SITARG EMKOC.

210 614010 VRpLOOTOiNnoNg, N Beprokpacio g avtidpacns HeldVETAL 6Tovg +50

- 65° C (yw mepimov 30 sec - 1 min). Ot oAyoekKivnTég VPPLOOTOIOVVTOL LUE TO HETOVGIM-
pévo (povoxkimvo) DNA mov mepiéyel GOUTANPOUOTIKES (OVTIOTOLY0VGES GE AVTEG) TEPLO-
réc. Mia avénon g Bepuoxpacioc otovg 65 - 72° C, BEATioG Yo T Asttovpyia NG
Bepuroaviextikng DNA moivpepdong Taql, mupodotei ) cvvBeorn tov DNA pe v Ka-
tevBuvon and to 5 'mpog 10 3' dkpo g DNA untpag. H molvpepdon empumxdverl toug
EKKIVNTEG  €16dyovTag Ta  TPLP®opopikd dcofupipovovkieotioln (Deoxynucleotide
triphosphates, ANTPs) ypnoyonoudvtog ™ counAnpopotiky oiiniovyic DNA og ekpo-
veto (utpa). H taydtra cvvBeomng g véag aivcidag sivar g tééng twv 1000 bp ava
Aento. Me ) mepartépm avénon g Beppokpaciog otovg 80 - 90° C, n ovvBeom tov DNA
OTOLOTA, YiveTal amodtiTaln e TNV aneAevfépwon amd T UNTpo TV 101 cvvtedeluévav
Opavoudtov DNA, ta omoia, pe ™ ogpd tovg, Kabiotavtor untpes yio ovvleon DNA
KaTE TN O18PKELN TOV EMOUEVOV KOKA®V VIGYLONG.

"Eto1, o€ kdBe kOKAO Tapatnpeital o ovénon Tov aptipod TV aviyplemy g
0éonc evioyvong, Kot 1o TEPIEYOUEVO TV TPOIOVTOV gvicyvong avédvertal ekbetikd. Kotd
Héco Gpo, Evag TANPNG KOKAOG dtapKel Eva £mg Tpia Aemtd. Xe 25-30 kbhxkhovg, o aplOuog
TV avTypaemv DNA ¢tdvel g apketd exatoppvpro. H emioyn tov BEATIOTOV TPOYPALL-
patog Aettovpyiag kabopiletor amd to punkog kot tnv e&gdikevon tov Tunpatog tov DNA

OV TPOKELTOL VO, EVIGYLOEL.
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Me 1t Bonfeia g PCR, pnopovpe va evtomicove TOAAEG LETAAAAEELS, KOOGS

KoL VoL EEEPEVVIIGOVLE TOVG TOAVLLOPPIKOVS TOTOVG. H emiloyr| TV oAryoekkivntav o1e&d-

yeTon pe Baon v avAaALGN TOV VOUKAEOTIOIKOV aAAnAovyldv oTig teployxés DNA mov

TAOIGIOVOLV TN o 1) TNV GAAN petdAdaén. ‘Exovv avamtuybel dtdpopa Tpoypappoto ov-

TOLOTNG EMAOYNG TOV EKKIVITOV TTOL €ival PEATIGTOL Yl TNV ATOKTNON TOV dPOP®V €-

vioyvoewv (mpoypappata «Oligo 6», «Prime-3» kot dAra). H emloyn tov ekkivntodv npé-

meL vaL yivetol cOUemVa e To akOAovba kpttiplaL:

v EAdeyn ecOTEPIKNAG dEVTEPOYEVODC SOUNG

v 1coppornuévn chveon kat opotdpopen katavoun twv (evydv G/ C ko A / T og
OAN Vv aAAniovyio

V' Eeyn TG GLUTANPOUOTIKOTHTOG UETOED TV 3-kpov (AOYm draping Kivdvuvov
OYNUOTICHOD TOV SYUEPDV EKKIVITAOV)

v mapovcio twv mIAnciéotepwv Oeprokpaci®V THENS TV EKKNVIITOV (1 S1opopd pe-
ta&0 Toug va unv gtvon peyorvtepn and 1 ° C g péong Tung)

V' ANy TG CLUTANPOUOTIKOTNTOS TOV OAANAOLYIOV EKKIVITAOV UE TIG GAANAOL-

YieG TV AAA®V YOVISI®V 6TO avOpOTIVO YOVISI®LLAL.

< OLIGO - NewSequence
Fle Edt Anshoe Seach Select Change View Window Help

mm.psna[ SEE |_|
> [ oS cauencet —Ed Lome Pimes = I=lo
2 7 seewm| 2 ﬂ_]
reaaotans. 3" i 2 veama

1
1

Reading Frame
[ Loop Ten s70°C
Loop 4G 20 kealmol

[AT. Method Lathe (AT Method Lathe

tm- ctc Ot' Codons (464 | (466 oo | fcae) fcor
@@Eﬂ = ()E) (=) E)E
£

CA_GTC_CCT GTG GTC_TCT_IC \CC_CAG _CTT ATC CGC TCT CCT
v _» v v T L B G »

i D « I

sexrercalblere
Cipboxd [21} Aassmumwscmm

5 CCAGTCCCTGTGGTCTCTTC
TCCTCTCGGGTAT TCGAGGGA &

TCCTCTCGGGTATTCG:

2ynua 4.1. Aiacvvogon tov mpoypauuaros «Oligo 6» (o 6Tdd10 TS AVILVGHS TOD GTOYEVEL GTNY EVPEC

THS mAPOVGINS / ATOVGIOG SIUEPDY UETALD TV EKKIVRTAOY) (eEnyeitan 670 Keiuevo)[35]

To Zynua 4.1 deiyvetl ) dtasvvdeon tov Tpoypdupatog «Oligo 6» mov ypnoipo-

TOMONKE Yo TNV ETAOYYT TOV EKKIVITOV TOL TPAOTOV YOPOoL Yo To yovidlro MTHFR -
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0TAO10 OVAALGNG Y10 TNV OVOLYVMDPLIoT TG TOPOVGTIOS / amovsiog TV SIUEPOV LETAED TV
exkvntov (F kot R).

g MOAMEC TTEPUTTMOOELS, EOIKA GTIV TOVTOTOINGN TOV SAPOPETIKAOV HETAAAAEEDV
070 1010 yovidlo, de&dyeton TavTOYPOVY evicyvon TV dtupdpaov tunudtov DNA expo-
yetov. Avti 1 Tpomomoinon g pebdoov ovopdleton morrani PCR. H mopardve mo-
parrayn g PCR ypnoyonoteital evpémg yia TV T0VTOTOINGN TOV HETOAALAEEWY GTO YO-
vidto CFTR (xvotikr ivwon), oto yovidto dvotpo@ivng (Lvodvotpoio Duchenne), oty
avalTnon TV AAANAOLOPP®OV GUGYETIGLAOV GTO TOAVTOPOYOVTIKA VOGT|LLATO.

H avdivon tov anotedecpdtov g PCR de&dyston pe t niektpopdpnon tov
TPOIOVTOV gVioyLONG 0 TNKTOUA ayopdlng, Ta onoia o€ TePinToN aviykne, enelepyd-
CovTat pe TIg KATAAANAEG EVOOVOVKAEAGES. TN GUVEYELD, TO TNKTOUATO BApovTal pe Bpw-
povyo afdio ko ameikoviCouv ta mpoidvio PCR 610 peTadiddpnevo vmepiddes omg Le
pnkog kopatog 380 nm. Exiong, ta mpoidvta evicyvong propovv vo tavtorotnfolv pe
TEYVIKT] VPPOG LD — amoTOHTOONG HE £101KOVG aviyveuTtéc DNA 1 pe dALES YpOOTIKES pLe-
00d0vg. Aemtopepéotepa n texvikn PCR, ot moAvdpiBpeg tportomomoelg g, Kabdg kot ot
péboodot avarvonc DNA Baciopéveg otn ypnon PCR Bpickoviot otig akdAovOeg povoypa-
olec ko katevBuvpieg ypopupés [35, 96, 124, 125]. Kdmoteg and avtég tig pebodovg Ha
ou{NmMOBOLV GLVOTTTIKA GTIC EXOUEVEG EVOTNTES OLTOV TOL KEPAAAIOV.

®a pémetl va onuelwbei 011 1 teyvikn PCR givarl n mo cuyva ypnoipomotodpuevn
poplokt HEB0S0G OV EMTPENEL TOVTONOINGT YVWOTOV PETAALAEEMV KOODC amoTeAel ™
Baon vy o ohvheTeEC GUYYPOVES LEBOSOVE GTN LEAETT) TOV YOVIOIMLOTOC, Y10 TALPAOELYLLOL

1N péB0d0c TV piKpoProTein (LIKPooVGTOLYLAOV) 6T Sidyveon (BA. Tapakdtw).

4.2. Apyukn] TovTomoinon PETUAAGEEMV (TEYVIKES Y10 SCreening)

Onwg €yl avapepBel 10M, N aviyvevon 1oV Ayvootomv HETAAAAEE®VY dev mailel onUavTIKO
POLO GTIG YOVOTLTIKEG AVOADGELS TV TOAVTapayovTIKOV voonudtov (MFD), o otoyoc
TV omoiwv givar ) emPefainon N M andppyn TG GVGYETIONG CAANAOLOPPONS TOPOALAYNG
€VOG GLYKEKPLUEVOL VTOYNPLOL YOVIdTov pe KAmolo acBEvela 1] Le HELOVOUEVEG KAVIKES
exomAmaoels. Qotd6c0, ToAréc MFD (1 ooteondpwon, 1 vooog AAtoyauep, n vocog Idap-
KWVoOoV, 1 1010001 LIEPTOCT), 1| OIKOYEVELNKT] VITEPYOANGTEPOANIN 1) TTayvoapKia) pall

LE TNV Kuplopyn TOAVYOVISIOKY TAPOAALY] TNG KANPOVOUIKOTNTAG, LITOPEL LEPIKES POPES
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va glval 10 omoTéAECUO LETAAAAEE®MY LELOVOUEVOV YOVISI®VY, dNANOT £XOVV LLOVOYOVL-
oK YOPUKTAPA. ZE AVTEG TIC OTAVIEG TEPIMTMCELG, 1) TOVTOTOINOT TOV UETAALAEEDV OTA
avtiototryo yoviola eivar onpavtikn. Ot péBodot Tov ¥pMNGILOTOIOVVTOL Y10 TNV OPYLKN TOL-
TOTOINGoN HETOALAEE®MY, ONAST) TOV EMITPEMOVY TOV €Aeyy0 (screening) yio TV TaPOLGio
twv DNA BAafodv ota pokpd Opavcuota yovidiov, etvar ot €ENG:
1. Mé060dog dapudpemong ToAvpopeiopon povig élkac DNA (SSCP - Single Strand
Conformation Polymorphism)
2. Hlextpopodpnon oe mnktopo pe amodiataktikn fabuidwon (DGGE-Denaturating
Gradient Gel Electrophoresis)
3. MéBodog aviarvong etepodimiwv (HA - Heteroduplex Analysis)
4. MéBodoc ymukng Odomacng TV un copumAnpopatikev 0écewv (CMC —
Chemical Mismatch Cleavage)
5. MéBodog aviivong «elattopotikne tpoteivng (PTT — Protein Truncated Test);
6. MéBodog pacpatopetpiog pdlog kot pEBodog Tmv pkpofrotoin

Ta KOp1a oPAKTNPIOTIKA TOV OPIGUEVOV HeBOdwV Tapovotdlovtal otov Tivaka 4.2.

Mé€Booog | Méyebog | Evausbnoio | @éon To&uco- Yapwon | Zdpwon
nepoyns | nebdoov,% | evromiopov | tra eEoviov | mMRNA
DNA 710 UETAALAENG
avéivon,
bp
SSCP 250 80 Ox Ox +++ +
DGGE 600 95 Oxn Qoppopi- | ++ ++
oo
CMC 1700 >95 No Not + +++
PCR DS | 500 >05 No Ox ++ ++
HA 300 80 On O ++ +

Hivakag 4.2. I covekTijuoata Kol HELOVEKTHHATA J10popwy uedodwv aviyvevons uetollaéewy [35, 96,
124, 125]

H tavtonoinon tov petaAldéewv pe T mopamdve peboddove mpénet va emiPe-
BoatwOeil pe v dueon aAinAiovyion tov vrd eE€taon tunpatoc DNA. Etot, ol mepiocdte-
peg amd TIG avapepoueveg nebodovg (pe e€aipeon t pacuatopeTpio palog Kot to flotoin)

EMTPEMOVV TNV AViYVELGT LOVO TV VIOTTOV TEPLOY®V DNA Y10 mapovsio onpelakmy Kot

AoV petoAddEemy, ®oTd6c0 UOVO M HEB0SOG aAANAOVYIONG TOPEYEL TIG TANPELS
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TANPOPOPIES Y1O. TO TOTO KO TN GVOT] VOUKAEOTIOIKADOV OAAQY®V. Z0YVA, 1 OpYIKN ovi-
YVELOT] OALOIDGEMV OTIC TEPLOYES KOOKOTOINGNG EVOS YOVISIOV, TPUYLOTOTOIEITOL LE OV-
OV T0V TpOTO. AvamTuyuéveg ta TeAevTaio XpoOVvia, ol Tpotomomoelg g nebddov PCR,
OLEVKOADVOLV GE PEYAAO PaBUO TNV GAANAODYIOT] TOV EVICYLUEVOV TUNUATOV Kot avEd-
VOLV TNV OMOTEAECUATIKOTNTA TNG. O1 AeTTOUEPEIC TANPOPOPIES Y10l TIC OVVATOTNTEG AVTAOV

TV neBOd®V pmopotv va avalntmmbovv oe akdAovba eyyelpidia Ko ovookomnoels [35, 96,

124, 125].

4.3. Tavtomoinon YvOoTOV peTalralemv

Ifuepa, £x00V ToVTOTOIN0El EKATOVTAJES YOVIdLa, Ol LETOAAGEELS TV omoimV cuoyeTilo-
vtol pe 01dpopa povoyovidtokd voonpata. Emxiong, ta yovidia avtd avapépovtot Kot g
yovidrakoi ogikteg yro to. MFD. ' moAAovg amd avtovg Toug deikteg Exovv dnpovpyndet
tpameleg dedopévav (PA. Tivaxa 4.3), tavtomombnkay ot peifoveg (o1 To KOwES) HeTOA-
Ma&etg, Exovv evtomiotel ot mepLoyEg avEnuévng petairaéipotntog («hot spots») Kabmg
Kot Exovv avamntuyBel ot alyoptOpol HOpLaKTg O1dyvmong. TV TEPItTOo TV GUYVOTE-
POV KANPOVOLIK®V Voonudtov (KUoTIKY| tveor, eatvvlokeTovoupia, HLikn dvetpodio
Duchenne, dpemavoxvtropikn avoipio KAT.) £xovv dnuovpyndet ta ELTopikd KIt 1oL EML-

TPETOVV TNV AVTOUOTY] OVIXVEVCT] TOV SOy VOCTIKA CUAVTIK®OV UETOAAAEEWDV.

NOXOX IXTOXEAIAA ATAAIKTYOY

Kvotikn ivmon http://www.genet.sickkids.on.ca.cftr/

Mvik® dvotpoeio Duchenne http://www.dmd.nl

Awoppooidia http://europium/mrc.rpms.axc.ulc

TToAVKVOTIKT VEPPIKT VOGOG http://medoc.gdb.org/pkd

Kapxivog Tov pactod kot tov wobn- | http://www.nhgri/nih/gov/intramural_research/ lab_trans-
KGOV fer/bic.member/index.htm

Owoyevig kapkivog Toyéog eviépov | http://perso.curie.fr/Thierry.Soussi./APC.htm
Kinpovoukde un-morvmogdng kap- | hitp://www.nfdht.nl/database/mdbchoice.htm
Kivog Toyéog eviépov
O1KoyeVNG VIEPYOANGTEPOALLLIO, http://www.ucl.ac.uk/fh/
Iivarogs 4.3 A1001kT0aKES 01E00VVGEIS TPOGHaAcHS 6TH AGH OEOOUEVWY TWV TTLO COYVAY HOVOPOVIOLAK OV

KOl 0PIGUEVMIV TTOLVTTAPAYOVTIKDV KAPOVOUIKDY 0.6OVEIDY

O11 apopd 11§ onuelokés HeTAAAAEELS Kot TOVS TOAVUOPPIKOVS TOTOVGS, O V-
KOAQ S10Y1YVAOGKOVTOL 01 VOUKAEOTIOKES VITOKATAGTAGELS, TOV 0dNYoVV TNV ££APAVIoN I
oTov oynuaticpd g Béong mov avayvopiletar ond Ta Eviopa TEPLOPLGRODL (EVOOVOL-

KAedo€g). [ va aviyveuTel 0 CLYKEKPIEVOS TOTTOG TOV UETOALAEE®V, TPAOTO YIVETAL T
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eneéepyacio Tov evioyvuévov Tunpatog DNA mov mepiéyet n petdAAaEN (e TN avTioToym
eVOOVOLKAEAST. AvTO aALAlEl TNV TOCOTNTO KO TO HOPlaKd Bdpoc twv Opavoudtov
DNA. T'a 10 A0y0 awtd, apécmg LeTd TNV TovTomoinon oG véag petdArlaéng, dteEdyetan
po nAektpovikny ovalntnon tov mhavov Bécemv teplopiopol ot BE01 TOV EVIOTIGHOV
avtikoatdotaong faonc. H mbavotnta va copPet avtod givor peydan, kabme n kobepio omd
TIG OPKETEC EKUTOVTAOES, YVOGTEG CUEPO, EVOOVOVKAEAGELS TEPLOPIoUOV Yo T BEom a-
vayvoplong, &xet tn dkn g e0tkn aAiniovyio DNA tov pécov peyébovg 5-6 vovkieorti-
diwv Edv o1 Bécelg Tov puotkov meplopiopov gival adbvatov vo Bpebodv otn Béom g
petdAlaéng, tote pmopovv va dnpovpyndovv texvntd [126].

21 ocvvéyela Ba yivel avapopd o pepkés and Tig pebddovg mov Exovv oyeda-

oTel 101KA Y10 TV OViXVELGN OPIGUEVAOV GLYVOV LETOAAAEE®MVY KOL TMV TOAVLOPPICUDV.

4.3.1. Mé£0oodog katevOuvépevng petarradroyéveong pe PCR

H meproym evioyvong tov DNA emdéyeton €161 dote T0 3' dkpo Tov £vOG atd TOLG EKKIVI-
TG va yertvidlel dpeca pe ) 0€on petdAhaéng. to tunpa g evioyvong DNAn addayn
TOV €VOG 0d T0L VOLKAEOTIOW TOL 3' iKpOV YiveTon LE TETOL0 TPOTO MGTE GE GLVOVAGUO L
TO VOUKAEOTIO0 TNG HETaAAAYLEVNG BEonG 6TO ompeio avtd Ba oynuatiotel 1| Ba eopavi-
otel 1 0éon mepropiopod yua kdmowo omd T evoovovkAedoes. 'Etot, ta mpoidvta tng PCR
LE PLGIOAOYIKA KO LETOAAAYLEVA OAANAOLOPPO SLOPEPOVY GTNV TAPOVGIL TNG ETAYOUE-

ng Béong mepropiopon [126].

4.3.2. Tootnua aviyvevong HeTaAAIEEMV aVOEKTIKAOVY 6TV EVicyvon

H ovcio g pebddov tov cLGTHHATOC OVixVELOTG LETOAAMAEEWY AVOEKTIKMOV GTNV EVi-
oyvon (Amplification Refractory Mutation System - ARMS) [127, 128] eivoun moapGAAnAn
npaypatonoinon towv 0o PCR, ™ kdébe pio and t1g omoieg e&ummpetel évag amd Tovg ex-
KIVNTEG, €1T€ 1 €101KN LETOALOYLLEVT, E1TE 1] PUGIOAOYIKY] OAYOVOUKAEOTIOKY aAAnAovyia,
avtiototya (Zymua 4.3.2). Tnv idia otiyun, oG de0TEPOL EKKIVNTEG EMAEYOVTAL 101EG OALYO-
VOUKAEOTIOWKES OAANAOVYIES KO GTIG OVO AVTIOPACELS, £TGL MOTE KO OTIG VO TEPUTTOCELG
vo. umopovv va. evicyvBovv ta tunpato DNA tov 1diov pikovs. Me t mapovcio piog pLe-

TaAloENG oto eEetalopevo DNA, 1 evioyvon tov tunpdtov DNA sival gt povo edv
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Y10 TOV E101KO EKKIVNTH ETAEYETOL 1] LETOAAOYUEVT] GAANAOVY 0, EVGD XPNCILOTOIDVTOG TOV

(QLGLOAOYIKO OAYOVOLKAEOTIOKO ekKivnth, 1| PCR pumhoxdpetar.

LA LA & = LA L L AJ LA L] & = LA L L)
= DNA =

———> p— I —ad —

s B 2
Mn-CUpIARPWON TWV
PCR voukAgotdiwv oto
onueio peTdAAagng
Anobotikn evioxuon AvenoteAsopatikn PCR

Zyijua 4.3.2. Aneikovien tng pedoédov ARMS (eEnyeitar oo keiuevo) [127]

H pébodoc ypnoyomoteitar vpémg yioo TNV OViyVELOT TOV UETAALAEEDV GTNV
eowvvikeTovovpia, ot P-Oaiaccaiio, otV KLGTIKY (vwo™ Kol GTNV TUTOTOIN G TV YO-
viov Tov HLA- cvotipatog. 261660, 01 OUGKOAIEG TNV EMAOYN TOV EKKIVITMOV KoL TOV
BértioTov mpoypdpupatog PCR mepropilovv v gvpeia epappoyn avtig g pnebddov. To
AVOUEIGPNTNTO TAEOVEKTNUA TNG Elvar I dSvvaTdTNTA XPNONG TNG TANP®S QVTOHATNG GO

pwonc.

4.3.3. MIp666g61 6VVOETIKAOV 0AYOVOVKAEOTIOIKOV aviyveuTt®v (OLA)

To 1610 meovéktnua pe PCR-ARMS £yovv kot ot pébodot aviyvevong petarddcemv, Po-
o1lopeveg ot TpoGdecn GUVOETIKOV 0AyovovuKkAEoTIOIK®V aviyvevtdv (OLA - oligonu-
cleotide ligation assay) [129]. Ot DNA aviyvevtég mpocdecns emAEYOVTOL £TGL MOTE VO
elval TAMP®G CLUTANPOLUOATIKOL TPOS TO PUVGIOAOYIKO TN Tov DNA oty meployn g
HeTdALaENG, ®oTOG0 1010 1 voukAeoTdikn vokatdotoaon (SNP) mpénetl va Ppioketatl oto
onpeio évoong tov dVo ekkivnTdv. Metd Tov vBp1diopd, ot cuvBeTNUEVES OAYOVOVKAED-
TOIKES aAAnAovyieg cuppdmtovtan pe tn ypron Tov DNA Ayaodv, amopuovouévemy ond
TOoVG BepPOPIMKOVG LIKPOOPYOVIGHOVS. Me v Tapovasia piog petdAiaéng oto eEetalod-
pevo puopto tov DNA, 610 Gkpo evog amd Tovg aviyveuTes, oynUaTiCETOL UoL 1 GLUUTAN-

poTikn Béom, n omola givor dueca yertovikn mpog TN Béon mpdcodeone. Xe avty v
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nepinTOOon 1 cvppPaE] HETAED TV aviyvevtdv 0ev voiotatal. H pébodoc mepiapPdver
OPKETOVG OL0O0YIKOVE KOKAOVG LPPIOIGHOV, TPOGOESNC Kot amodtdtaing. XTn CuVEXELN

dtedryetar M NAEKTPOPOPNTIKY AVAALGT TOV EMICUAGUEVOV LOVOKA®VOV BpavcudTmv
DNA.

4.3.4. AMro1d1kdg 0AMyoVOUKAEOTIOWKOS VEPLOLopndg (ASO)

Mia kaBolxn pnéB0dOG aviyvevong TV VTOKATACTACEWV PACE®V elval 0 GAAAOELOIKOG
olyovovklreoTidikog vBprdwepog (Allele-Specific Oligonucleotide, ASO) [130] n omoia
nepthapPavet v evioyvon Opavopdatov DNA kot tov emakdAovfo vEpdiopud pe to emt-
ONUOGLEVO OAYOVOUKAEOTIO (0VIYVELTEG), E101KA Y10t aAANAOHOp@O. ZvvTiBevTan dVO TO-
TOL OALYOVOUKAEOTIOKMV OVIYVELTAOV, GLVNO®G ToL peyéBoug 19 b.p, 6ToVG OMOioVG N pE-
toAloypévn Béon kataloppdvet To kEVTIpo Yo T peyioTonoinot g ewkoTnToS Toug. O
KGOe évag amd avTONG TOVS AVIXVEVLTEG OAYOVOUKAEOTIOIOV £ival GLUTANPOUOTIKOG TTPOG
TO PULGLOAOYIKO 1 TTPOG TO peToAraypévo Tufua tov DNA, avtictorya. Ot cuvOnkeg tov
vPpOIcHOY emALYovTaL TG MGTE 01 6TafEPES dikAmveg alvoideg va oynuoatilovtatl povo
LLE TN TANPT] CUUTANPOUATIKOTNTA TV VPPOKOV (evydv. Kdto and avtéc cuvOnkeg, ta
evioyvpéva Bpadopota DNA yopic petdhraln 6o vppidomolovvtal povo pe Evav ovi-
YVELTN PLGLOAOY1KOV Yovidiov, T0 DNA opolvymtdv yioo petdAialn noévo pe aviyveuT
petoAraypévov yovidiov kot 1o DNA twv £1epoluy®Tdv Kot [LE TOVG OVO EMICNUOGUEVOVS
aviyveutéc. 'Exovv avantuyfel ot Bodkég Tpomomooelg avtig g nebddov mov ypnotpo-
TOLoVV TOLG AAANAOEDKOVG aviyveutég DNA, onpacuévoug pe Brotivn 1 pe vepoetddon

TOV XPEVOL.

4.3.5. PCR apaypatikov ypévov (Real-Time PCR)

H alvodwt) avtidpacn moivpepdons (PCR) mpaypatikon ypdvou ivor puo 0100001V
pEB00G Yoo TNV aviyvevon TV YveOoTav petadrldéemy. ITo cuyva ypnoyorotody v
OTOKOAOVILEVT] GLUVTOVIGHEVT amtOcPeon Tov pBopiopod 6to cvotnua TagMan, 1 omoia
emutpénel tov EAeyyo kvnTikng evioyvong PCR amevBeiog katd ™ didpreto g avtidpaong
[131-133]. ' v aviyvevon tov HETAALAEEDY YPTCILOTOLOVVTOL Ol AVIXVEVLTEG TTOV (Pé-
povv dtapopa eBopopdpa ata dkpa 5 ' Kot 3', «TNG EOTADYEC) Kol «TNG amdSPecncy

(quencher) oavtictorya. Ta televtaio (quencher) mAncualovrog, kaTaoTEALOLYV TOV
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@Bopopd (Ewova 4.3.5). Ot aviyvevtéc aTEC TPEMEL VO, EIVAL GUUTANPOLLOTIKOL TPOG TNV
aAAniovyio Tov DNA mov mpoxettan va evioyvbel Kot vo Stapépovv LOVo 6€ £va, (apa-

KTNPLOTIKO VOUKAEOTIOI0 TOV VOGN TOL AAAOL OAANAOLOPPOVL.

Quencher Quencher
AntooBéotng

Allele 1 strand

ZtaBepd SikAwvo DNA Mismaich Avaviiotoixia AAANASpopdpol
Quencher Quencher
AnocBéotng AntocB£otng
) TN, Allele 2 strand
Mismatch « Avavrtictouxia ZtaBepd SikAwvo DNA AAMNASpHOopdO 2
Homozydotus for Allele A
f FAM — Opoluyotng oto aAAnAdoupopdpo A
Homozydotus for Aliele B
f TET a OpoZuydtng oto aAAnAduopdo B

Heterozygotus for Allele A + B
f FAM + TET Etepoluydtng ota aAAnAduopda A+B

Tympna 4.3.5. Ipocdropiopds aAANAOpop@ov TOAVHOPPIGHOD YPNGLUOTOLAVTAS THY avéAiven 5 — vou-
kAedon ( TagMan) (e€nysitor oto keipevo)[132]

O aviyvevtg mov mepiéyet ) xpwotiky FAM o1o dkpo 3' givar o TAnpog cupumin-
POUATIKOS TOL aAANAOROpPoL 1 Kat, 6Tav VRpLdomonBet, oivel Eva otabepd dikhmvo. O-
AV aVTOG 0 AVYVELTNG LPpPLdoTotlEiTal e TO AAANAOHOPPO 2, Ba AdPel ydpa M aTeEANG
oVlevén TV voukAeoTdiwV Kot Bo ELPaVIGTEL Lol ATOKAAOVLEVT] LGV LPOVIO/ OVOVTIGTOL-
xio. (mismatch). O aviyvevtig pe v etikéta TET etvon mANpog cuUTANpOUOTIKOS TPOG
T0 OAANAOLOPQO 2. Zvvem®S, OTov VRpdomoteital e T0 aAANAOHopeo 1, T0 oTafepd Oi-
KA®VO 0gv mopdyeTal.

Ot aviyveutég mov LRPIOOTOOVVTAL LE TIG CUUTANPOUOATIKEG TOVG OAANAOVYiES
DNA npootifevtat oto piypo g PCR wpwy v avtidpaon. Xtnv nepintmon tov etepolv-
YOTOV, Kot 01 000 aviyvevtég vpidomotovvron pe T e&etalopeva aAANAOLOPPaL.

SvumAnpovovtog v aAiniovyic DNA, n Taq molvpepdon g eEmvovkiedon,
KaTaoTPEPEL LOVO T otafepd dikAwva popua. Tavtdypova yivetar 1 amokomny Tov avTi-
oTOL 0L POHOPOPOPOL, TO OTOI0 ATOUAKPVVETOL GTO SLAALLO Kol YWpic va gival Lo TV
eMidpaomn Tov «amocPEstny, divel 10 eBopifov Tov onua exel. AvaAoya e TO o TG
QOTOVYELNG, KPIVOUUE TTO10 AAANAOLOPPO (CAANAOLOPPA) OVTUTPOCOTEVEL OLTO TO Oetyal
DNA. H évtaon tov onpotog gBopiopov eaptdton amd tov apfpd towv kokiov PCR. To
péyebog tov evioyvpévou tunpotog DNA cvuvnbog oev vepPaiverl ta 150 vovkieotiona,

Tpaypa oL Tteplopilel coPapd v epappoyn avtng ™ peboddov. QotdG0, N TPOOSOS TG
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avtidopaong pumopet va wapakorovdndei oe Tpaypoatikd xpovo, avtod ivor Kot To KOPLo TAE-
ovéktnua te. Oplopéves opec, Yo va eVTomoTel pior LETAAAOEN elvorl apKeTol Kot Alyo-

TEPOL OMd 25 KOKAOVG EVioyvoNC.

4.4. Négg TeVIKEG OVIYVEVONG NETAALAEEMV KUL YEVETIKAV TOADUOPPLO LAV

SNUEPO, OTNV EMOYT TOV KUEYOA®MV dEGOUEVOVY 1| OAMGDG «big datay, eivol QKT | GLA-
Aoyn evoc moAy peydlov peyéBoug dedopévov pe T Pondela eEelMypévav TeEXVOLOYIDV
vynAng avaivong (High-Throughput). Ot texvoroyieg ovTég GTOYXELOVY GTNV EMEKTACT) TNG
gpeuvag amd TN UEAETN) LEUOVOUEVOV YOVISI®MV 1 TPOTEIVOV OTN HEAET TOAAGDV 1M Kot
oAV TOV YOVIOLOV 1| TPOTEIVOV TAVTOYPOVO. XTOV TOUEN TNG YEVOUIKNG, Ol TEXVOAOYIES
VYNANG avAALGTG EXOVV GUUPBAALEL CTUOVTIKG GTNV ATOKTNGT OKOUO TEPIGGOTEP®V TTAN-
POPOPLDY CGYETIKG LE TN YEVETIKN TOWKIAOTNTO HETOEL atopwv. [evikd, og «teyvoroyia
VYNNG avdAvong» pmopet va yapoktnpiotel kdbe nEBodog mov oToYKEVEL TN TAVTOHYPOVN
pétpnon moAlomAwv tapaydviov. [Hopadsiypota t€toiwv texvoAoydV givar 1 aAAnAiov-
ywon emnduevng vevidg (Next Generation Sequencing, NGS), n vypn ypopoatoypopio
(Liquid Chromatography), n pacpatopetpio ualag (Mass Spectrometry) kot ot pikpocv-

ototyieg (Microarrays).

4.4.1. Mé6odog DHPLC

Me ™ pébodo DHPLC nov mpotéfnke to 1995 [134], péoa e 2-3 Aemtd aviyvevoviol
VIOKOTAGTAGELS, OL0YPOUPES Kot TPOGONKEG VOGS VOUKAEOTIOI0V GE evicyVoelg peyébovug 1,5
yddwv b.p. H evaicOnoia kot 1 edidtnta g nebddov eivan mepimov 95%. H pébodog
ot givon pa tporomompévn ékdoon g avdivong etepoopepav (heteroduplex) pe e-
TOKOAOLON AVTOLOTN KATAYPOPT TOV OTOTEAEGUATOV, XPNOLLOTOLOVTIOS £Va. VYPO YP®-
patoypdeo. Xopewva pe ) pébodo DHPLC, ta mpoidvta PCR tov e€gtaldpuevon tunpo-
t0¢ DNA voiotavron pepikn Oepuikn anodidroén (otovg + 95 ° C) og €va ordivpa poli
pe oetypata eréyyov tov idtov tunpatoc DNA (avaioyia 1:1), akolovBoduevn and apyn
Yyoén (emavadidraén). Me v amovcia Tov petoldéewy, oto eéetalopevo Tuuo DNA
oynuatiCeton poévo évog Tomog opodpep®v (homoduplexes) evd pe v TopovGia TOV pe-
ToALGEEDY, oynuatioviotl apketol Thmotl eTepodpepmv (heteroduplexes) kot opodipe-

pov (Ew. 4.4.1). Ta mpoxdmtovio £TEPOOLREPN €ivor AyoTEPO OVOEKTIKA OE Bepuikég

78



EMOPACELS OE GYEON e To OHOdIUEPT]. Me 11 Por|Beta TG VYPNG YPOUATOYPOPIOG EVTOTI-
Covtat ot mapoamdve dapopéc. Ta mpoidvta EkAovomng aviyvebovtal e amoppOeN o TNG
VIEPLDOO0VS akTivoBolioc. H péBodog avt Hog EMTPETEL VO OVIXVEDGOVIE LE OVTOLOTO
TPOYPOLLLO, TNV TOAPOLGIN TOV U] CLUTANPOUATIKOV Bécemv (Un o0levéng) HeTa&y TV
eEetalopevov derypatov DNA kot tov derypdatov eAéyyov. H mpokotapktikn eTAoyn tov
BéAToTOV onpeiwv ThENG TV OpOlLY®OV ETEPOSIUEPDOV AVEAVEL CTIUOVTIKA TV vouctncio
¢ nebddov DHPLC o ouykpion pe  pébodo SSCP 1 v apyikn avdlvon etepodipie-
pov (heteroduplexes) [135-138].
H péBooo DHPLC dev amattel v emonpavon 1 Tov KoaBopiopd Tov mpoiovimv
PCR. H DHPLC éyet vynAn amodoon(highthroughput) kot yopunid kéctoc. To petové-
KTnua ¢ peboddov amotedel To yeyovog, OTL Yo TV EMAOYN TNG KATAAANANG Beprokpa-
olag amodidtaéng amoatteital n Pektiotonoinon g Oeppokpaciog g oTHANG Yoo KGOE
poidv mov mepi€yetl dapopetikn petdAraén. H DHPLC ypnowonoteitor yio v ovi-
YVELGT YVOOTMOV, OAALL KOl OyVAOGTOV UETOAAIEEWY, £ite aLTEG efvon EAAEIATIKES glTE
onpetaxés. H DHPLC ypnoipomoteitor g te) VKN aviyvenons twv HETOALAEE®Y HETA TNV
evioyvon tov npoioviwv pe PCR.
H pébodoc DHPLC ypnoiponoteiton vpémg:
V' Y100 TOV TPOGSOPIGUO TOV YOVOTLTOL TMV VIOKATUCTAGEMY £VOC VOLKAEOTIO 0V
(SNPs),
V' 100 TNV apyikn aviAvon TV TOAVUOPPIK®OV 0E6EmV TV VITOYHPLOV Yovidimy,
oxeTLOUEVOV LLE TOAVTTOPAYOVTIKE VOO LLOLTOL,
V' Y10 TIG HEAETEG TOV HOPLOKADVY SEIKTOV Kot TOV HETOANGEEDVY 6T0 Ypopdcoua Y,

v y1a.Tn xoptoypdenon Tomv yovidiov pe tn fondeio tomonoinong twv SNPS deiktdv.
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Yype 4.4.1 AweEayoyq avarlveng DHPLC (g€fynon 6to keipegvo) [136]

4.4.2. M£0odor pikpoovoToryiov
Q¢ (o onpavtikny Kovotopio otn poplakn Proroyia Osmpeiton 1 texvoroyio Tmv froroyt-
KOV pkpotoin (ukpocsvotoyiomv). H teyvoloyia avtn) emttpénel v avdAvon ce Pikpeg
TOGOTNTES OPYLKOV DAKOV, TNV SeEaymYT| TNG avTidpaong 6€ UIKPOVG GYKOVG, T TPOLY Lo
TOTOINGT TAVTOHYPOVNIG OVAAVOTG TV TOALOTADY TOPAUETP®V Y10l TOAAL Yovidia 6To 1510
delypa Proroyikod vAkod. Ot kpocsvototyieg DNA elvar pia d1dtoén TV cuoTnuoTikd
TomofeTNUEVOV YOVIdTmV (aviyveutdv) Tdve o€ enimedn otepen empaven. H ovopacio
TPoEPYETAL Omd TNV EAANVIKT AEEN «uKpO» KoL TNV YOAMKN AEEN «rayer» (d1dtaln). AAAot
Opot mov cvvavivtal eVpémg otV PiPAoypaeia givarl: biochips, DNA chips kot gene
chips. H gvausOnoia g pebooov eivar cuykpioyn pe cuvindeig pebddovg d1dyvmong tov
DNA gvioyvong kot 6€ opiopéveg mepimtaoelg tig vepPaivet [ 140-143].
AVAAOYO PE TN GUOT) TOV OKIVITOTOMUEVOVY OVIYVELTAOV, dlokpivovtal 4 KOplot Tumot Bro-
AOYIKGOV Toim:

e DNA mkportoin

e RNA mukportoin

e MiKpoToin TPOTEIVAOV

e  MikpoTtoinm KVTTap®V
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ZA3)

Blohoyiko Tout Ixfipa avaluong pe
Brotout Koukkiec Tou
BloAoytkoU tout

Eixova 4.4.2. Bioloyixo pyikporein kar DNA - avdivon (1 - exybiion DNA ano froloyixo viikd, 2 - PCR,

3 - vfpLdicuds o¢ empadvela frotein) (eEnyeitan 6to Keipevo)[140]

Ta mo dwdedopéva Plotoim oy £peuva Kol KAVIKN TPOKTIKY], EWOKE Yo TV
avaALoN TOV S1POPOV YOVISIOK®Y LETAALAEEWDV 1] TOV OAANAOLOPP®V TAPAAAAYDV TOVG,
givan o1 pikpoovotoryieg DNA. Avtég ivar pukpookomikés mAdKeg TNKTNG e TOALAP1O-
LEG KOMOTNTESG (KOVKKIOES - Spot) TTOV TEPLEYOLY TOVG O1apopovg aviyvevtég DNA (Ew.
4.4.2), 0KV TOTOIUEVOLG LLE OLOLOTOAKOVG OEGUOVG GE L0 GTEPEN EMPAVELD, EVA YO
N pepPpavn. Me dAda AOYLa, 01 AVIXVELTEG TV YOVISI®MV £xovv aktvntomoindel o YudAvo
TAOKAKL, O100TACEMV UIKPOTEP®V TG AvOPOTIVIG TOAAUNG, LE TEXVIKEG TNG GUYXPOVNG
vavoteyvoloyiag, oe cuykekpuéva onueio. H doun avt amotedel por pikpocvotoryio.
21 0éom TV aviveELT®OV TOV YOVIOI®V, 0TS AVAPEPOLE KOl TOPATAVE®, UTOPOLY V.
UTTOVV 01 OVIYVEVTEG TPMOTEIVAOV, TUNUATO IGTOV, OVIYVELTES LETaPANTOV K.6. Ta tehevtaio
O€Ka xpovio, 1M TEXVOAOYiO LIKPOTGIT eEEAyONKE GE £val TAXEMG OVOTTUGGOUEVO EPUPLLO-
oUéVO TESTO PLOAOYIKOV EMOCTNU®V. AEKAOEG ETAPEIES AVOTTICCOVV Kol TPOGPEPOLV TOL
Bloloyikd HKPOTGIT 68 GLOTOLYIEG KULOVOUEVES OO UEPIKEG £MG EKATOVTAES YIMADES
aviyvevt@v DNA [144]. Me Tig tevoAOYiES TV KPOGVOTOLYLOV VOADOVTOL Ol LETOTO-
MGES, Ol OUTAUCLIGHOL, Ol  TOPATETAUEVEC OYPAPES, Ol HIKPOOVATTOEELG
(microduplications) kafd¢ kat o1 pikpodiopéoelg (microdeletions) tov DNA [145-151].

Ot teyvoloyieg pe Tig omoieg mapackevalovtat To yovidiakd Plotoin eoptmvton
a6 to puéyebog Tmv epappocuévev Bpavspdtov DNA, arnd Tig peboddovg axvntonoinong,

amd Tig S1adKacieg Tov VPPISIcHOD KAOMS Kot amd To, cuoThuata aviyvevong [144, 152].

81



Q¢ mpog T0 TEMKO GTAS0 aviyveLOTG LITAPYOVVY Ta BroTainm VEpLoIoHoD Kol Ta eviupKd
protoir. Ta Protoin «opfprdopovy, avaroya pe t HEBOSO OVAYVMOONG TOV GNLATOG, (M-
pilovtatl oe nAekTpoympuikd (starpio «Nanogeny) Kot @Oopilovta (staupieg «Affymetrixy,
«Illuminay, «Biochip») K.AT.

«Biochip»: www.biochip.ru;

«Affymetrix»: www.affymetrix.com;

«Applied Biosystemsy: www.europe.appliedbiosystems.com;

«Asper Biotechy»: www.asperbio.com;

«llluminay: www.illumina.com;

«Nanogeny»: www.nanogen.com].

Emiong, n didkpion tov peTodAdEemy pmopel vo Tpayrotonombel Kot Tpy Tov
vppdepod, dSnrodn ot dwdikacio g TpoeTolaciog Tov delypartog (etapieg «Applied
Biosystemsy, «Affymetrix») énwg Kot 611 dwdikacio vhprdwepov (etopio «Biochipy).
[No mapdodetypa, oto Topakdto oynpato arsikoviCovtotr ot péBodot avalvong HetoAid-
Eewv pe Protoin vPp1de oD, Tov YpNciporotovvTaL amd TNV etaupia «Biochipy (Xy. 4.4.2.1

) kan v etarpia «Affymetrix» (Zy. 4.4.2.2).

1. Mixpoproroin aiinlo-c1oikod vfpioicuod (stoupio «Biochip»)

H teyvoroyio pukpocvotoyidv mov avantdynke oto Ivetitovto Mopiaxng Biodoyiag g
Pwowmng Axadnpiog Emomudv tov V.A. Engelhardt (Engelhardt Institute of Molecular
Biology of Russian Academy of Sciences) mpoteivel o mpokatopKTiKny TOAAATAN EVi-

ovor) tov eéetaldpevov Tunnatov DNA pe yprion tov emonuocsuévev e8opilovimy ex-

KNtV (1 TpLeoo@optk®v deo&uvovkieotdimv) [142, 153, 154]. Me ) npocbnkn nepio-
OEL0G TOV €VOG OO TOLG EKKIVINTEG KO LE TN SEENY®YN OTI CLVEXEWN TV 000 KOKA®V
AVTLYPOPNG, EMLTUYYAVETOL L0 LEYAAT TOGOTNTO EMICTUAGUEVOL LOVOKAM®MVOV TPOTOVTOG
Kuplog, To omoio tomobeteitan otn empdvela Protoin, 6Tov VPPLOOTOIEITOL e TOVG OALYO-
VOUKAEOTIOKOVE OVIYVEVLTEG OKIVITOTONUEVOLS 6TO TNKT®MA (Xy. 4.4.2.1 ). Edv 1 aAAn-
Aovyia Tov e€etaldpevor DNA sivor mAp®g GUUTANPOUOTIKN TS dAANAOLYING TOV Ovi-
yveut] DNA, oynuotiletot éva otabepd (dikAwvo) dpepés, 10 0moio aviyvebeToL ELKOAN
Aoy g 9Bopilovoag onpavonc. 2otdco, av dev LITAPYEL TO EMOLVUNTO TUNHO 1] VTTAPYEL

N un ovumAnpopatiky Bdon oe avtd, T0te dev LEioTATOL TO GTAOEPO SYEPES KO OEV

82


http://www.biochip.ru/
http://www.affymetrix.com/
http://www.europe.appliedbiosystems.com/
http://www.asperbio.com/
http://www.illumina.com/
http://www.nanogen.com/

vrdpyel onpa eBopiopov. Avti n pEBodog emtpénet va avaivBodv péypt kot SO molvpop-

QUKEC TapoALayEC e akpifeta peyaivtepn tov 98%.
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Zyipa 4.4.2.1. MéBodos avdlvons uetalidéewv, faciouivy ce alinloeidko vfipidicud, mov ava-
rrvyOnxe ato IMB RAS (Institute for Molecular Biology of the Russian Academy of Sciences) (-

yeitar oo m:tjusvo)

2. Teyvoloyia «Affymetrix»

IMa v avédivon tov YeEVETIKOD TOAVHOPPIGHOD KOl TOV UETOAAAEE®V e TEYVOAOYI
«Affymetrix» ypnoyorolodvrar ot amokaloOpevol «E8Koi aviyvevtéoy (probes), ot o-
notot amotehovvron omd tunpatae: HI ko H2 givon g1ducot yia v e€etalopevn aiiniovyio
DNA (1), P1 ka1 P2 givar ot kaBoiikoi ekkivntég mov mAoicidvovy ) Béom tov gvidpov
owaomaong (cleavage enzyme) (2) xor n tag aAlnlovyia givor pio e101KE EXGNUOCUEVN
aAAniovyio avayvopiong evog cvykekpipévov SNP katd ) dtdpkela Tov VEPLOICHOD GE
éva pukpotoin (3) (Ew. 4.4.2.2).

H aviyvevon tov petorraEemv yivetor oc eENc:

A. Xe éva egetalopevo detypo mov mepéyel povokiwvo DNA pe v embount)
LETAALOEN TTPOCTIOETAL O «ELOLKOG AVLYVEVLTIS» TTOL GTY| GLVEYELD VEPLdO-
TOLEITOL GUUTANPOUOTIKG LE TNV aAAnAovyioc DNA tov avaivBévtog dely-
natog (Opavcpata H1 kot H2) (Zy. 4.4.2.2 - A).

B. Zm ovvéyela, mpootifeton pio OeppoavOektiky DNA moAvpepdon kot 1€6-
0oEPOL. JLPOPETIKG TPLPMGPOPIKE VOLKAEOTIOW (YPNOLLOTOOVUE OVTi-
otorya 1é60epig coiveg). H DNA molvpepdon couninpovet 1o 3'-dipo
tov aviyveuty H1 pe pia faon mov avtictoryel otn 0éon petdiiaing (Zy.

4.4.2.2 - B).
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C. Axoio00w¢ o1e€ayeton n avtidpaon Aykdong, otnv omoia to 5'-4Kpo ¢
EVOOUOTOUEVNS Pdong cvuppdnteTon pe To dkpo 3 'tov aviyvevty H2 (Xy.
44.22-C).
D. Xto0 emduevo otado (Xy. 4.4.2.2 - D), n e£EmVouKAEdoT KATAGTPEPEL TO V-
noAoto DNA tov apyikov detypartog.
E. Tlpokewévov va evioyvbel mepattépw, T0 SAKTUAKO HOPLO €101KOV OVI-
yveutn koPetan pe to évlupo didoraong (cleavage enzyme) (Xy. 4.4.2.2 -
E).
F. H evioyvon yiveton pe ) ypnomn kebolkadv (kovodv) exkkivntov P1 kot P2
(Zy. 4.4.2.2 - F).
2m ocvuvéyeta, To dstypata vBprdomotovvtan pe éva pkpotoin. H edkdtnto tov
VPP pHoD emttuyydvetal pe pia €101kd oyedtaouévn tag aliniovyia, | omoia, pali pe
TOVG KOBOAKOVG (Kowvovg) exkkivntés, gival pio and tig teyvoyvmoieg (know-how) g &-
taupeiog «Affymetrix». 'Etol, 610 vd e€€taom detypo pmopodv va aviyventovy £mg Kot
1000 1 meprocdtepa SNPs. H axpipeta pebodoov oty avdivon yiiiddmv SNPs eivar mepi-
nov 90%.

A. Anneal B. Gap Fill — Polymerization C. Gap Fill — Ligation
c\ P, - C\
Genomic Probe

D. Exonuclease selection E. Probe release F. Amplification
Cleavage
5 H1 P1 Site P2 Tag H2 - g

P =
Probe Inversion

Zyipa 4.4.2.2 Ipoctoyuacio Ty EOIKAOV AVIXVEVTAVY P10 THV AVILVGI] TWV CHUEICKDY UETAA-

Aaewv pe teyvoloyia «Affymetrixy (eényeitar 6to keiuevo)

3. Mixkpopfrorein SBE
Mo GAAN, TOAAG VTTOGYOUEVT] TOPOAAXYT TNG TEXVOAOYIOG TOV UIKPOCLGTO(IMV (PloToim)
Y. OVOADOT] TOL YEVETIKOD TOALHOPPIGHOV, ExEl oxedlactel pe Baon v pébodo SBE

(single base primer extension - gréktacn Tov eKKvTH Yo pio fdon), exitpénoviog
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™V 01aKpion vyniov PBabod Tov onudtev VRPIIGHOY KATA UK TOV OAANAOLOPP®Y
«PETUAAOYREVOLY Kol «Ayprovy TOmov. Kotd TV Tapackeun TV EW0IKOV OVIYVELTOV &-
vioyvetot Tpokatapktikd o eetalopevo DNA-Opavoua mov mepiéyet Eva deiktn SNP kot
o1 ovvExeln vpldonoteitan og empdvela evog Protoin. H adAniovyio tov aviyvevtn mpé-
TEL VO EIVOL GUUTANPOUOTIKN TTPOG TV IO depedivnon aAiniovyia DNA, coureptlappoa-
VOUEVNG NG TeAeVTaing Bdong ¢ oto 3' dKpo, LETA TNV 0Ttoio akoAoVOEl TO LETOALOYLEVO
voukieotido. H apyn g aviyveveng sivar n axérlovdn: petd v vppidonoinon tov
aviyveutn pe 1o detypa, oty avtidopaon npootifevral 1 DNA molvpepdon kot to 510€0-
Euvovkdeotidwn emonuoacpéva pe dtapopetikég Bopilovoes ypwotikéc. Qotdco oto 3'
GKPO TOL OKLVNTOTOUUEVOL OVIXVELTH UTOPEL va TpocaptnOel pHovo éva vovukieotidio.
Metd v mAbon tov Protoin, o eBoplopdg Tov eEetalopevon detypotoc Tpoodiopiletal
a6 aVTO TO EMONUAGHEVO 010€0ELVOVKAEOTION0. OTL apopd Tov Babud didkpiong peta&y
TV opdluymv Kot TV etepdluymv yovotumwy, 1 uebodog SBE katd pécov 0po vrepéyet
v vPpdonoinon pe aAnilogidikovg aviyvevtég (Allele-Specific Oligonucleotide, ASO)
[143]. To pelovéxktuo awThg TG pebddov givar ott xpnlet T cVVOEST OAYOVOLKAEOTL-
dlov, akwvntomompévav ce éva Protoin pe erevBepo 3' dkpo, Tpdypa mov meplopilet
¥PNoM TS HLEBOSOV HIKPIGLGTOLYLOV POTOABOYPAPiNG TOL Elval 0 MO EATIO0POPOG TOTOG

TOVG.

4. Mwkpoprrtoin APEX (eraupio «Asper Biotech»)

Evvoloroyikd mapdpowa pe v teyvoroyia SBE eivar ta frotoin mov Pacilovrol otn pé-
Bodo APEX (arrayed primer extension - tpoctefgica erékTaon Tov EKKIVITY), ONAodn
N CLUTANPOGCT TOV EKKIVNTOV, GVVTEDEEVOV TAV®D KOl 6TIG dV0 0AVGIOES TOV dIKAWMVOL
DNA. H dwpopd g pebddov eivar 6t ot APEX dev avorveton povo pa, oAdd 600
aAvcideg Tov DNA tautdypova Kot xpnoLoTolovVvTol TOAAOL S1APOPOL OKIVITOTOUEVOL
aviyveutés Yo kabe 0éomn. H texvikn avt divel ) duvatdtta Tavtonoinons vEwv LeTai-
AaEemv ko ToAVHOPPIKOV BEce®V e vyMAO Babuod allomotiag. H pébodog twv pikpocv-
otoyyuov APEX avamtiydnke ond v eobovikn etopeio «Asper Biotechy kot mapovoid-

Ceton ot0 Zynpo 4.4.2.4
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Zyjpa. 4.4.2.4 Mivi-ailniobyien o€ pikpoteirn («Asper Biotech») (eénysital 6o keiuevo)

5. Mikxpoocveoroyics ya papuaxoyevetiky avalveny (Pharmacogenetic biochip)

210 Ivotitovto Emotmpovikov Epguvav D.O. Ott ¢ Poowkng Axadnuiog latpikodv Emi-
omuov oty Ayia Ietpovmoin (FSBSI - The Research Institute of Obstetrics, Gynecology
and Reproductologynamed after D.O.Ott of the Ministry of Healthcare of the Russian
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Federation) éyovv avamtuyBel ToALEG S1apopec maporriayés TV Protoin vPpdIcuov. Me
™ BonBeta evdg omd avtd, TOV «PUPRIKOYEVETIKOV ProToimy, umopel va peretnOet 1 kKAn-
POVOLIKT TPOJIADEST) OTIG GUVEXOUEVES ATOPOAES EYKLLLOGVYNG KOl GTT TTOLOTKT AvyoipLiol
[147, 148]. Me 10 ovykekpipévo Protein yivetar avdivon tov 13 aAAnAopope@v ToAv-
HOPPIK®OV BEcE®V Yo 7 Yovidla amoTo&ivmong.

To «pappokoyevetikd Protoim» (pharmacogenetic biochip) £xel 1on nepdoet tig
KAMVIKEG SOKIUES KoL £XEL E160Y0El 6TV TPOUKTIKT TNG EPYUCTNPLOKNG SLAYVOONG TWV TOA-
AOV 1aTpIK®V KEVIpWV TG Pooikne Opoonovdiog. Ta frotoin g kKANPOVOUIKNG Tpodid-
Beong vy Bpoppoeirion  («Trombo-biochip») ot 7y  kopdiayyslokés mabMoelg
(«Cardiochipy) Bpickovtal 610 6Tdd10 KAMviKOV dokiumv [155]. ‘Exovv Eekivioet ot die-
VEPYELEC Y10L TN KOTAGKELN TOV PLOTGIT TOL EAEYYOVV TIG KVUPLEG LETOAAAEELS TOV YOVISiov
CFTR xvotikng ivoong, kabag kot tn KAnpovouikn tpodiddeon yia dobpa Kot yio 0ote0-

nopwon [112].

6. Mikpofroroin GWAS
Tnv Wwitepn tpocoyn a&ilovv o1 LIKPOGVOTOLYIEG TOV EMTPEMOVY LEAETEC GLUGYETIONG
oloxAnpov yovididpatog (Genome Wide Association Studies — GWAS) [www.affymet-

rix.com ko Www.illumina.com]. H mapandvo texvoroyio kabiotd duvatr ) Towtomnoi-

NoN AWV TOV YOVIOLUK®OV OEIKTOV, TV YEVETIK®V TOT®V Kol TV LEPOVOUEV®OV SNPs det-
KTOV 1oL oyeTilovTal pe SAPOPES TOALTOPAYOVTIKES AGOEVELES, ONANOT| OVOPEPETOL GTNV
TAPAAANAT €EETACT] TOAADV KOWVDV YEVETIKMOV TOAVLOPPICUADV GE SLOPOPETIKE ATOLLO. Y10
TOV TPOGOLOPIGUO GUGYETIONG CUYKEKPIUEVOV TOAVLOPPICUAOV LLE CUYKEKPLUEVA YOPOLKTT-

PLOTIKAL.
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Zynua 4.4.2.6. Teyvoloyio HIKPOGOGTOIYIOV OV ETMITPETEL TIG UELETES PEVETIKNG GCVGYETIGNS 0AOKApOv

yoviorouazog, etaipiogs «Affimetrix» (e&ynon oto keiuevo)

IMa 10 oxomd avtd, 10 e€gTaloOpevo detypa DNA vrofaiieton o vOpOIVLON OId
oplopéveg evoovovkAiedoes. Ta mpokvmtovia Opavopoto cuvocovTon (GUPPATTOVTAL) LE
TIG TPocapproopéves arinrovyies DNA kot evicyvovtan pe €vov eKKIVITY, €101KO Y10, TO
TU O TOV YOVIOLOpaTOG oV peAetdral. Ta Aappavopeva Opavcpata, tpoidvta PCR emt-
onuaivovron pe opilovcec xpmoTikéc Kot vPPLdoTO0vVTAL E TO GET aviyvevtadv DNA
nov Ppiockovtat mive oto Protoin (Zy. 4.4.2.6). ZOuemva pe v eikéva vpdtepod evog
Brotoim, ypnoiponotmvtog £va e101KO TPOYPULLLLL VTOAOYIOTY, KpiveTal, £V VAP oLV K-
TOLEG TTOPUALAYEG TOV AAANAOLOPPOV VTOKATAGTAGEWDY aTA0D VoukAeoTdiov (SNPS) 610
Vo peAén detyua (Zy. 4.4.2.6%). H ovykpion Tov GUYVOTHTOV TOV OVTIGTOLY®OV OAANAS-
HOPQ®V TOV 0cOeVOV PE VYU dTopa EMTPENEL TV TAVTOTTOINGON OA®V TV SNPs kot katd
oLVETELD, OA®V TV YoVidimv Kot Twv DNA 1omtmv mov oyetiCoviot (e o GUYKEKPIUEVT
v6G0, ONANON EMTPENEL TOV TPOGOLOPIGHUO TOV YEVETIKOD TPOPIA Y10 GLUYKEKPIUEVO TOAV-
TOPOYOVTIKO vOon o, Mg TN cuyKkekpluéVn TEYVOAOYiO, GE Lo LOVO 0VAALGT) LITOPOVV VoL
avaAVOOVV OEKAOEC MG KOl EKATOVTAOES YIAMAOES OEIKTMOV, MOTOGO 1 akpifeld g dev v-
nepPaivel To 90%. ' To Adyo awtd, 610 TAPOV GTAS0, I HEBOSOG VTN TPEmeL Vo Bewpei-
ol g péBodog avalnTnong, mapd og dwyvootiky. H mapordve texvoloyia ypnoipo-

TOLEITOL PE EMTUYIO 1oL TOV EAEYYO YEVETIKING OVOYETIONS OLOKANPOD YOVIOLMUATOS GTIG
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SLAPOPES TOALTOPAYOVTIKEG aoOEVEIES, suumepthapPavopuévon tov dtofntn tHmov 1 Kot
TOTOVL 2, TNG GTEPOVINLNG VOGOV, TOL Bpoyyikol dcbuatog, tng vocsov Crohn, Tng povioka-

TaOMITIKNG YOYwong kAT, [112, 145, 156].

DNA aoBevi) DNA ghéyxou

Patient’'s DNA Reference DNA
A )

*

SUYKPLTIKE YOVISLWHOTIKE ' \/

uBpidonoinon
CGH Comparative genome - e -
hybndzauon _— ” uBpLSonolnon g 8 ~
- Hybndzanon S,
CCrI (CGH) CGH-Plotoin (Array CGH)
i \ -",; 22 5%%" g
= XpWHOOWHATE TS METahaons DNA-BIBA0BA KN Twv Paxtnplwy
Motaphaso chromosomos BAC DNAs
|
l v

DIm Hitex3
b4

3**0):1

ENH

Zyiipo. 4.4.2.6% Apyi uc0odov tng cvYKPITIKIS YovISIwuaTIKIS vppidoroinens (eényeitar 6to Keiuevo)
[112])

7. PCR mpayuatixod ypovoo oce florein

O e€eliéelc TV TEAEVTOIOV ETMOV TOL GTOYXEVOVV GTO GLVIVACUO TOV AVOUPLTPTNTOV
mieovektnudtov ¢ PCR mpaypatikov ypdvov pe Tig apyés TV dloyvooTIK®V Plotoin
£pepav T oNUOVTIKY TPO0do 611 Pertion ¢ amotelecpatikdTTaG, TG aKpifetog Kot
TOV KOGTOVG T®V EAEYYWV TV PETOAAGEE®V. 'Etot, ypnotponowdvtog to Plotein g eTot-
peiag «Fluidigmy» [157], unopei kaveic vo avarvoet Tig petaArdtelc 1 vo eAéyEet tovg SNPS
o€ 9216 DNA 16movg tavtoypova. H pébodog avt éxer peyadtepn e€erdikevon ko a-

Kpifera amd ) pnéBodo YEVETIKNG GLGYETIONG OAOKATPOL Yovidtdpatog - GWAS.

4.4.3. Mol @aopoTopeTpio,
H pébodog pacpatopetpiog palag Paciletor ot pé€tpnon g avaroyiog Lalog tov eop-
TIGUEVOV COUOTOIOV (1OVT®V) Tpog To poptio Tovg (Ew. 4.4.3). H untpa g avéivong

(uoproe DNA) axtivoPoreiton pe Aéillep (MALDI). H mapovcia tov omotodnmote
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petafolmv oto eEgtalopevo detypa (LETOAAAEELS, AAANAOLOPPES TAPAAAAYEC) 00T YOUV
oe petaforn g palog. H pébodog elvar apketd enimovn ko anortel Tpooomikd vyming
e&edikevonc. [opdiiniao, n 1éB0S0G £xel TOAAL aVOUEIGPNTNTO TAEOVEKTHLOTO: EMLTPE-
TEL TNV AVAALOT peYOAov aptBpov detypdtov DNA pe vynAn toydmra kot arddoon [112,
158].

Eixova  4.4.3. Elomlicués mov  amouteitar  yla  ovdivey — QACHATOHETPIAS — pdloc

(http://biophysics.uoguelph.ca/central/facilities. htm) (eénysitai 6o keiuevo)[112]

4.4.4. Teyvoroyio X-map

H teyvoroyia X-map 1 teyvoroyia pe Péomn TV KLTTOPOUETPIL PONG LEPIKES POPES OTTO-
KaAgitan ko og pnéBodog «ypmv Protoiny [112, 159]. Elvan éva cvotua mov Pacileton
oTN YPNON TOV KPOSEAPimV, To omoia avaidovtor pe tn kuttapopetpio pong (Ew.
4.4.4; 4.4.4%). To pukpoo@oipidio eXKOADTTOVIOL UE TPOSKOAADUEVO AVTIOPAGTHPLO/ OVL-
YVELTEC (OATyOovOUKAEOTIOWN 1) avTicDpata). Me tnv avaueién tov eEetaldpevou delypotog
LE TO PIKPOGPaLPidLa, Tpaypatonoteitat 1 vPPOOTOINoT TOV UE TOVG AVIXVELTES (TaPO-
powo pe ta Protoin vppdicpov) (Ew. 4.4.4). To kaBe pikpoos@apidio £xel T KN TOL «Ot-
evBvvony (0€om), xapn oy omoia petd aviyveveton (Eik. 4.4.4%). v mepintwon mwov
&xet yivel n vpproomoino, £vag TETO10G OVIYVELTNG UTOPEL VO oo LoV Bl Yo TeEpoITEP®
avdAivon xdpn otV aviyvevon evog GLaTog POOPIGHOD YPNOUYLOTOIOVTOS OEGUT TOV AEL-

Cep.

90



Mpoodatpidia enkaAupéva He MpooKoMWHEVK
avtidpaotrpa (ohyovoukheotidia i avtiowpata)

To e€etalOpevo Selypa avapeyvoeTal pe T
ppoodawpibia, o avaAitng Seopéveral pe Ta
Hpoodapidia

e NpootiBerat to emonpacpévo pBopiovyo

avtidpaotrplo

Eiwxova 4.4.4. Yfpidomoujoy mave oe pikpocpaipiots (www.perkinelmer.com) (eényeitor oto Kei-

uevo)[112]

Autoparn SetypatoAnpia and tig kupeAideg

Axtiveg Tou Aéulep Sieyeipouv tig $pBopilovoeg
XPWOTIKEG OUTIEG,
KOKKIVEG QKTIVEG - yta TV Tagvopunon Twv
owpatidiwy, Kat MPAcIveg - ywa tn Afdn ol
ANOTEAECHATOG avaAuong

MoAAarAd¢ oplopde yia kabe opdda
Hikpoopaptdiwv

Eiwxova 4.4.4°. Apyij tng aviyvevons perolldlewv g pikpocpaipiota (www.perkinelmer.com) (eényeitar
670 Keipevo)[112]

To ovotpa mov Paciletal ot KLTTOPOUETPIO POTG EXEL OPKETE TAEOVEKTLOTOL:
1N TOVTOYPOVI OVAALGT TV TOAAGV de1ypdTmv DNA, n vymAr amddoot), To YoUNAd KOGTOG

TV avTdpactnpiov kot kapio e&aptnon arnd to background mapacknvio (ce avrtifeon pe
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ta Brotoim). Ot apopd ™ HOPLOKT YOVOTLTIO TMV TOAVTAPUYOVIIKMY VOST|ULAT®V 0T

elval pa amod TIg o EAKLOTIKEG LEBOSOVE TV EMOUEVOV OEKAETIDV.

4.45. Adnrodypon exopevng yeviag (NGS)

[Mopd g dapkeic Pedtidoelg otn pébodo tng Sanger, ot meplopicpol g peBddoV GuVE-
YIOOV VO, VITAPYOLV Kol aLTd 0dNYNGE otV avanTvén vémv teyvoroymv. H teyvoroyia
NGS avortoydnke yio vo AapBavouy yopo TepIocOTEPES AVTIOPAGELS TAVTOYPOVOL, LEYO-
Mtepov Tunuatov DNA oe pukpdtepo ypovikd dtdotnue Kot Pe peyardtepn toydTnTa
(MPS: Massive Parallel Sequencing). Emttpénet tnv adAniovyion peydiov apibuov Ba-
oewv Tov DNA, mapdyovtag ekatovtadeg gigabases (Gb) dedopévav evtdg evog povo tpe-
Elpartog (run) kot omoteAel Eva 1oyLPO, EVEAKTO, amapaitnTo Kol KaBoAKd «Proroyikd ep-
yYoAeio» oL 01€160VEL G€ 0PKETOVS TOUELG TNG PLOAOYIKNG LEAETNG LECH TOV EQUPLOYDV
m¢ omw¢ my. Whole Genome Sequencing (WGS), Exome Sequencing, Targeted
Resequencing, Chromatin Immunoprecipitation Sequencing, RNA Sequencing. Ot gpgv-
VNTEG LITOPOVV VoL IAANAOVYIGOVY OAGKAN PO Eva Likpd Yovidiopa o€ pa nuépa. To KdoTtog
aAANAovyIoNG €vOG ovOpoTivoy Yovididpatog €xel omdoel to epdypo tov $1000

(https://www.veritasgenetics.com/mygenome).

Adym ¢ gupelog amodoyng TG KOvoUuplog auTNG TEXVOAOYIOG TOAAEG eTaipeieg
avéntuéav dapopetikéc mAateopueg tov NGS. H npd teyvoroyio NGS kukiopopnoe
10 2005, fjtav n pé€Bodog ¢ mupoaiAnrovynong and ) 454 Life Sciences. ‘Eva ypdvo
apyotepa, KukAopopnce N tpitn mrateoppo NGS, avt) g SOLID ond v Applied
Biosystems. To 2007 kéver tnv guedvion ¢ N Illumina. Téhog, To 2011 1 Ion Torrent
Kukhopopnoe to PGM. Avutd 10 chotnpa avartoydnke and tov Jonathan Rothberg, o o-

notog elye avantHéet kot 1o cHotua 454.

H televtaia AéEN ¢ TevoroYyiag oTov Topén Tov Sequencing 1pBe to 2016 pe v
apiEn g Agyouevng tpitng yvevidg teyxvoroyiwv aAiniovyiong (Third Generation
Sequencing 1 Single-Molecule Sequencing Technologies) [161] 6mov v avtiBécet pe g
JELTEPAG YEVIAG OAANAOVYNTMV TOL UTOPOLV VA SAPACOVV HKPE TUAIOTO LHKOVS LEPT-

KOV €K0TOVIAd®V BAcE®V, ot aAAnAovyntég Tpitng YeVidg umopovv va dtadcovy Téve
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ard 10.000 b.p n va yaptoypapncovv puopo v amd 100.000 bp. Xapaktnpiotikol k-

TPOGMTOL QLTNG TNG YEVIAG OTOTELOVV:

» Pacific Biosciences (PacBio) Single Molecule Real Time (SMRT) Sequencing
> Illumina Tru-seq Synthetic Long-Read Technology

» Oxford Nanopore Technologies Sequencing Platform

2116 KAT®O1 TOPpATOUTES OVOPEPOVTOL LEPIKES EK TOV TPOOTTIKADV KOl EQAPLOYDV TNG TE-

yvohoyiag NGS: [21,160-162]

> lllumina Sequencing: H mhatedppa g [llumina anotelel pia omd 11¢ wo diode-
dopéveg mAateoppeg mov ypnotponotovvrol 6t NGS. H cvykekpiévn teyvoroyio
nopayet daPacpata (reads) pirovg 50-100 b.p. Tyetikd pokpd tpuqpoto and T
Biprobnkn TV expayeiov cvuvdéovtar puécm AMykacmv (ligation) pe yevikovg Tpo-
cappoyeic (adaptors). ‘Enerta, avtd o TUNUATO TPOGKOAAOVVTOL GE £VA YOOMVO
TAaKid10. 210 emdpevo otadio, de&ayeton po PCR pe okond v evioyvon (solid-
phase bridge amplification) kot ™ dnpovpyio TOAAUTADV AVTYPAP®V LLOG OAAN-
Aovyiag (reads). Apyodtepa, ta eVicyLUEVA avVTiypapa TV aAAN AoV IOV dtoywpilo-
VIOl G€ HLOVOLG KAMVOLGS, 01 omoiot Kot Ba adAniovynBoldv. Z1n cuvéyeln, To TA-
kioto «Anupvpiletar pe onuaspéva pe eBopifovta pdpla voukieotioto kot DNA
noivpepdon. Kébe éva vourheotidlo €xet €va Lovadiko ypopa o omoio to kabo-
piler. H mopovcio popiov tepuatiopov (terminators) sEacparilel 6Tt povo o
Baon mpootifeton kKaOe popd. To eBopilov onua kaTaypaeeTol VITO PLOPPT E1KO-
vag, detkvoovtag mota Paon €xel mpootedel. e avtd T0 6TAS10, TO TAAKIOO £TOL-
péaletor yio tov emdpevo kOkAo. Ot terminators omOpOKPOVOVTOL, ETITPETOVTOG
otV emopevn Pdon va mpootedel katd v oladikacia. Tavtdypova, 1o pBopilov
oMU LPAPELTOAL, TPOKELUEVOL VO, ATOPELYHOVV LEAAOVTIKEG EMPOAVVGELS TOV OT)-
pdtwv. H dwdikacio eravaiapfaverol pe v tpocHnkn evog voukieotidiov v
QOpA KoL TNG dLdIKAGI aTEIKOVIOTG 6T0 evoldeso. Kavovtag ypron vmoloyiotn,
o1 Bacelg aviyvevovrol og KAOe meployn Kot dopeitan 1 e&gtalopevn aAiniovyio.

» 454 Pyrosequencing (Roche): To tpdto 6pyavo NGS to onoio avamntoydnke frav
1 ovokevn 454 Pyrosequencing. Eyet v 1010tmta v aAlniovyel apketd peyoiv-

Tepa TRt v ovykpioel pe v [llumina. H Bacum apyn g elvan id1a pe g
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[llumina, 6mov ta ontikd onpata dStaPalovror pe v TpocHnkmn TV facewv. [apd
10 OTL M aAAnAdLYIoN pE TEXVOAOYin «454y eumepiéyel v Opavopotonoinon
(fragmentation) tov DNA 1 RNA, og avt) v nepintwon, n Opavcpatomoton
odnyel og dwPacpoata (reads) 1 kb oe pkog. Kotd v dwadikacio tng evioyvong
™ms PPMobnne, o TUHOTO-OpadGUATO TPOGOEVOVTOL GE  UIKPOSEALPIOL
(microbeads). Mg ) dwdwkacio tne PCR ta tuquata avtd evieyvoviot. To detypa
poptdveTon og mhokiolo (PicoTiterPlate) pe kehd wov VWOSEXOVTOL TO LIKPOCPOL-
pudia, ta omoia mepéyovv emiong DNA moAvpepdon kot StoAdpoto aAAnAobyiong
(sequencing buffers). 1o endpevo o1dd10, T0 TAAKIOO «TAnupvpileTon pe KaOe
éva amd 1o téooepa voukAeoTiolo. H mpocsOrkn evog vovkieotidiov mapdyet Eva
ontikd ofpa. Ot Bécelg Tov onudtwv Tpocdlopilovy 10 GEaPidlo 6To 0Toio TPo-
otifevtan T voukieotiowa. H dwadikacio emavarlapfaverol HeTd TV EKTAVGT TOV
mix. H mhateoppa 454 mapdyet ypapnuata yio ka0e diafacuo aAiniovyiog, to
0moi0 OVTOVOKAG TNV TUKVOTNTO TOV GNUATOG Yo KAOe TAVOT VOLKAEOTIdIOV.
Méo® VTOAOYIGTIKNG TPOGEYYIoNG, 1] TUKVOTNTA TOV oNUAteV o€ kdbe TAvoN o-
onyel oV avakon tg aAAniovyiog.

lon Torrent PGM: Ot mAatodppeg ariniovyiong g lon Torrent éxavav to vie-
pmrovto tovg 1o 2011, akorovbdvtag o teAeimg dapopeTikn rhocopia aAANAOV-
yxong amd avtn ™ [lumina kou g 454 Pyrosequencing (Roche) kaBag dev yive-
Tl YPNOT OTTIK®OV onpdtov. ['ivetat xprion «puoikng ynueiag», 0mov 1 TpocHnkn
evoc ANTP oto DNA mohvpepéc anelevBepavetl Eva H+. Anpiovpyovvran ekpoyeion
OV EPOVV €101KOVG Tpocapoyeic (adaptors) kot povadikovg kmdukohs yio Kade
detypo. To expayeio tov DNA 1 RNA mov ypnowonoteitan givon peyébovg ~200
bp. Méow pag PCR yoraktopatog (emulsion PCR) mpayupatonoteiton n evicyvon
™m¢ PProdnkng tov dnuovpynuévev ekpayeiov. H evioyopévn kot gpumiovti-
opévn PipAodnkn, mov amotedeiton omd ceopidl mTOL WAVIKE EEPoLV Evav
KA®OVO, pOpTOVOVTOL GE £va €101KO chip 6To omoio péow g mAateoprag Ba Tpary-
patomomBel n aAAnAovyIon VIOC TV TOALAPIOU®Y KEADV oL YapakTnpilovv
kd0e tOmo chip. ' v mhatedppa lon Torrent PGM eivan dwabéoipa tpia chip
(314, 316 won 318) pe S10pOPETIKA TEXVIKA XOUPAKTNPLOTIKA, TOL TPOGIIOOLY GTOV

gpeuvnTn TV dvvoTdTNTA Vo EMAEEEL TO €DPOG TNG OLVOLUKNG TNG AAANAOVYLIOTG
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mov emBupel, kATl T0 omoio ekPpdleton pe tnv pon ¢ etoupeiag: “The chip is the
machine”. Katd ) dwadikacio tng aAinAodyiong, OTmg oty mepintmon tov 454
Pyrosequencing (Roche), to chip «minupopiletar pe €va tomo ANTP, pali pe pvo-
potikd dtodvpata. H molvuepdon npocdévetal oe Eexwplotod Prpa mpv v To-
noBétnon tov chip oty mhatedpuo. To H+ mov anelevbepdveror pe v mpo-
oOnkn tov ANTP ot0 DNA moAvpepég odnyel oty peimwon tov pH. Ot petafolréc
tov pH aviyvevovtal kot Kataypdpovtot and Kabe kel HEcw evog oOAoKANpOUEVOD
CMOS (Complementary Metal-Oxide Semiconductor) kot evog ISFET (Ion
Sensitive Field Effect Transistor), to onoio enttpénet tov Kabopiopd twv Pacewv
KaBdg Kot Tov apBpd toug oe owtd To KeM. H petafoin tov pH mov aviyvevetan
amd Tov aucOnmpa eivar ateA®G avAAOYN MG TPOG TOV aplOUO TV OVIXVEVOUEVAOV
VOUKAEOTIOIWV, EMTPEMOVTOAG TEPLOPIGUEVT] OKPIPELN OTIG LETPNOELS UINKADV OLLOTTO-
Mpepmv (homopolymers). To tpdAno TV opomoAvLHEP®OV eviomileTon Kot 6TV
454 Pyrosequencing (Roche) ka1 exkdnidveror wg yevdeic mpocOnkec 1 eAlelyelg
(indels).H xatdAAnAn vtoAoyiotikn Tpocéyyion nécm g Peitioong Tov mopexo-
pevav odyopifumv eneéepyaciog tov dedopévov, Onmg amotedel to Torrent Suite,
elval wavr| va peylotomomcel 1660 Vv gvaicinoio 660 Kol TNV €0IKOTNTA GTO
eminedo g pog Paong, avoiyovtog To OpoOo Yo T ¥PNoN NG TEXVOAOYiNG LE
ACPAAELD GE LEAAOVTIKG KAVIKG YEVETIKA TEOT.

AlnroOyon pe texvoroyio Nanopore. H 10éa g aAiniodyiong, faciopévn oe
nanopores, TpotdOnke mptv and nepinov 20 ypdévia. Ta TpdTo Tepdpato desnyom-
oav 10 1996, xpNGOTOIDOVTAG G TOPOLS TNV TPMTEIVY a-apoivsivn. Ta amote-
Aéopata TV TEWPOUATOV dgV NTav T, TBuuntd Kabmg n uEBodog NTav ateAng Kot
N TEYVOAOYIKT YVAOOT 0V EMAPKOVSE. XNuepa, N uEBodog avtn ivor TOALL vITo-
oxouevn, e€antiag g avantuéng g texvoroyiog, kabmg vroroyiletar 6Tt Oa eivarn
TO PTNVN 6€ KOGTOG KOl TTLO YPIyop™ He eEAdylotn mocdtnta deiypatos. Eva akoun
TAEOVEKTNLA VTN TNG HEBOBSOL, fvan 1 un onpaven Tov popiov, ympig evioyvon
TOV OElyHaTOoG, Yoo TNV aviyvevon tov alwtovywv Pdcemv. Eniong, avapéveral va
TPOCPEPEL AMOGELG GTOV TEPLOPICUO TMV TEXVOAOYIDV 0AANA0VYIoNG e short reads
KOl VO, KATOGTNGEL SuvaTh TNV 0AANA0UYIoN HEYEA®Y LopiwV GE HePIKA AETTAL, Y-

pig TV Tpomomoinon 1 TV TposTolacio dstypdtov. H texvoloyia Tmv nanopores
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Y0l TNV OVOADGT T®V VOUKAETKOV 0wV Paciletol oe dV0 SOPOPETIKES 10EEC: a)
Ta. Brodoywkd nanopores (Biological nanopores) 6nwg eivat 1 aupoivsivn kot ) to
ovvOeTikd nanopores otepeng katdotoong (Solid-state- Graphene) nanopore. H ke-
VIPIKN 10€a KOTA TN dadtKacio TG aAANAOVYIONG LE nanopore Kot 6T dVO TPOo-
ogyyloelg givan 1010, pe ) dtopopd 6tL Ta froAoyikd nanopores otnpilovtal g o
MoK SmAooTIBAada evd Ta GVVOETIKA nanopores otnpilovial 6€ pio GLVOETIKY
neuppavn. Zuykekpuéva, To popto Tov dikkmvov DNA sioépyetarl o€ éva TpmTei-
VIKO TOp0. ZToV TPMTEIVIKO TOPo otnpileTon pior GAAN Tpwteivn (moAvpepdon) n
omoia katd TV dtéAevon Tov dikAwvov DNA, to EgtvAlyet kot £T61 dnpovpyodvton
Vo aAvcidec. Ecotepikd tov mdpov, Kabdg EeTuAiyetal 1 LovOKA®VT 0AVGId0 TOV
DNA, nepvoiv 1dvta Kot e@approleTal Tdorn peduatog ota dKpa. g pepPpavng. To
duvapukod Tov eapproleTat S1opécov TG HERPPavng, Snuovpyet 10vikd peda. Xto
duvapkd mov dnpovpyeitat , 6€ GYECT LE TNV TOMKOTNTA TOV popiov, otnpiletal
0 evtomoog tov Bacewv (A, T,G 1 C) v kdBe ypovikn oTryun Kot voTepa yiveTan

1M KOTOypoen avtmv, Onmg eoivetal oty ewova 4.4.5 [162].

ay = —
’?.(/ HAEKTPIKN aywylpoTnTa
4
1.5 Hm
| 5
MovokAwvn DNA \
R ———
Py <
Navomépog -
Mepppavn

Eiwxova 4.4.5. Ancikovien avalvons DNA alinlovyios ue teyvoloyio Nanopore (eényeital 6to Keipevo)
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"Eva épBpo, mov dnpocievdnke oto Nature Biotechnology to 2018, meprypapet £va
pekop pe ypnon tov MinlON (Ew.4.4.5% ) yio. TV ovéyvmon tov UeyoAdTEPOV 0 UNKOG
popiov DNA g avBpomivng kuttapikng oeipdc GM12878. Qg amotéheopo Aednkav
91,2 gigabytes dedopévav. To PNKOG TV TEPIOCOTEP®V OO T LGH AVayvVOSHEVO Bpad-
opota DNA ftav 100.000 bp. kot mapoandve. EmmAéov, ot emotiuoveg £xovv deiEetl 0TL
edv PBeitiotomombel to mpwTdKOALO Elvarl dvvatdV va TPocdloploTel N akolovdia Tov
DNA péypt 882 y1lddeg bp. Metd amd chykpion HE TO avTioTPoPo Yovidimpa g oelpdg
GM12878, 10 omoio dafdotnke pe Topadoclokés nedddovg moALEG PopEg, amodeiyOnke
ot TpokHITOLVGA aKoAOVBia KaAVTTEL TO 85,8% Ko ) akpifela TG GLVOPLOAGYNONG TG
etvar kovtd 610 100%. H avdyvoon tétowwv pakpov Opavopdtov DNA kotd m didpketo
™G OOIKAGIOG OViYVELONG EMETPEYE TN CUUTANPOCT TOV KEVAOV GTNV aAANAov)ic Tov
avOpOTIVOL YOVISIOUOTOS KOl TNV amAOVGTEVCT TG AVAALGNG TOAADY OO TO T LLOTOL
T0v. O 1010¢ TOVL KOpLov cuumALypatog wtocvpPatdmrag (HLA) €xel oovBetn doun kot
TOAAOTAEG EMOVOANYELS, EMOUEVMG 1) aAANAovYia TOov eivan 60cKOAO va Tpocdtopiotel. H
aAANA0VY oM TOL AVOPAOTIVOL YOVIOLONOTOG Elval Eva oNUEID aAVAPOPAS Y10 TOV TPOGO10-
PIGUO TNG OVOTTOPOY®YNUOTNTOG TG TEXVOAOYIOG, CUVETMG Y10 TEPAULTEP® OMAOVGTELGN
Kot peimon tov K6GToug Oyl LOVO Y10, TOV TPOGIOPIGHO NG aAiniovyiog DNA aAld kot

Yoo v avaivon g [163].

MinION sequencer from Oxford

Eixéva 4.4.5a Teyvoloyia MiniON ¢ Oxford Nanopore Technologies
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Kepdloro 5. I'eveTiko mpo@ii

H tavtomoinomn yiAiddmv vEmv yovidimv, 1 amoca@nVioT) TS YEVETIKNG VOGS KoL TWV LLO-
PLOK®V UNYOVIGLOV Y10 TOAAG KANPOVOLIKA KO TOAVTAPAYOVTIKA VOGT|LLATO, O POAOG TMV
YEVETIKOV TOPAYOVIMV GTNV OLTIOA0Yi0 Kot 6T Tooyéveln TV dlopopmv mafoloyikmv
KOTOGTACEWDV, 1) TEKUNPIOOT TNG YEVETIKNG HOVASIKOTNTAG TOV KAOE 0TOUOV GLUVIGTOVV
TNV ENCTNUOVIKT ACT TNG LOPLUKTS LOTPIKNGS Kot TPoKaBopilovy TIS 600 10101TEPOTN-

TEG TG OTTOG:

1. Atopwn mpocéyyien 1ov acOevovg (mpoinym, Bepaneio kot Sidyvoon g Kabe
acBévelog) Paciletor oTo YEVETIKA YOPAKTNPIOTIKA TOL KAOE «OTOKELEVOLY, OTN
YEVETIK] TOV LOVASIKOTNTO, .

2. IIpoyvootki] KatevBuvvon: n TpoAny, uéypt kou m Bepaneio pmopei va Eekivnoet
€K TOV TPOTEPMV, TPV EULPAVICTEL 1] TPOYUATIKY EIKOVO TNG TaBOAOYIKNG Stadika-
olag, dMAadn oTNV TPO-GLUATM®UOTIKY TEPi0do TN vooov [7, 69, 70].

H evvoroloyikn Baom T TpoyvVOGTIKNG LTPIKNG OMOTEAEITOL OO TN KOTOVON O

TOV YEVETIKOV TOAVUOPPIGHOD oL avapépetat 6to Kepdiawo 1.

5.1. T'eveTkoi £reyyor

O yeveTkog €Aeyy0g KANPOVOLUK®V Tpodlafécemv epaproletal € TOAAE WOLOTIKA EPYOL-
oThpLoL Kol dryveoTikd kEvipa g Avtikng Evponng kon e Apepikne. Qotdco, mpénet
vo AneBel vroym 0Tt Ta SedOUEVA TOAADY SOPOPETIKAOV EPYOSTNPIOV TOV APOopPovV TN
TOVTOTOINOT] YOVIOLOK®V OEIKTMV Y10l TNV 1010 0GOEVELL, OPIGUEVES POPEG OEV GUUTITTOLV.
> Biproypagio cuvexme epeavilovtal Kavovuplo GTOLXELR TOL apOopovV TOVS VEOUG YO-
VIOL0KOUG OEIKTES Y10 Lot CLYKEKPIUEVT acBEvetla 1| Yo TO0 TOBOAOYIKO POVOTLTO. Xvve-
TAC, 10, YEVETIKT] TOVTOHTNTO, GTIV TPOYHOTIKOTNTA, vl Eva SLVOUIKO GOGTNLO TOV GL-
VEYMG SEVKPVILOUEVOV Kol TEPUTAEKOUEVOV TOPAUETPMOV GTOVS YOVISIOKOVG JEIKTEG TMV

SPOHP®V VOST|LATOV.

Toavtdypova, elvar oNUAVTIKO VA DTOYPOUIGTEL OTL YIOL TNV EKTIUNOT TNG TPO-
YVOOTIKNG a&log, To OMOTEAEGLOTO TG LEAETIG TMV YOVISIOK®OV GUGYETIGEDV £XOVV 10104~
TEPT ONUACIO GTOV CLYKEKPIUEVO TANBVoUO Kot Teployn Omov mpodkettarl va deEaybel o

yveveTkog éleyyos. o mapdderypa, ot yevetikég efetdoelg oty Ayio Iletpovmoin
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de&dyovtan LOVo Yo EKEIveg TIG aoBEveLeg, Yia TIG OTOIEG, € TPOKATAPKTIKEG LEAETEG GE
acBeveic g Bopelodutikng meploxns, Exel amodeyBel n un tuyoio cuoyétion evog cuyke-
KPWEVOL aAANAOLOPEOL e TNV avTioTolyn achéveln Kot £xel VITOAOYIGTEL O EUTMEPIKOG
Kivouvog gppdviong avtg g vooov. [apdAinia, n mapovsio evog T€To100 aAANAOHOP-
@OV dev divel TANpoPopiec 0VTE Yia TOV XpOVO Evapéng, o0Te Yia T coPapdtnTa TG VOGOoU.
Eivon emiong advvato va oyvpiotel Kaveic 0Tt 10 €E€TalOUEVO ATOUO OTWGONTOTE GTO
puéAlov Ba voonoet e auty ™ ovykekpiuévn mdonon. O yeveTikoi £heyyol oty po-
CUUTTONOTIKI] TEPTI000 KAOGTOUY dUVATI] TNV AVAYVAOPLET] TOV KANPOVOUIKOV TA-
GEMV OVATTVENGS TOV PHELAAOVTIKAV 0GOEVELDV TTOV VTTAPYOVY POVO GTO YOVISION KoL
ne paon ™ ovyypovn TPk epmepia, TEPLYPAPOVY TOVS TPOTOVG TAPAKOAOVON GG

Kol EYKapng Tpoinyng tove.

O TAnpogopiec mov Ba ANPOBoVV amd ™ YEVETIKY £££TOOT OMOKAADTTOVY dLOPO-
peTKO PaBUO KIVOUVOL Yol TNV VATTLEN OVTOV TOV 0AGOEVEIDV. ZUVETADC, 0 Y1TPOS, ALL-
Bavovtog vdyn ta amoteléopata ovTd, umopel vo ovamtHEEL o GUYKEKPULEVT] TOKTIKY)
nafoyevetikd autioloynpévng TpoAnmtikng Bepameiog, dSNAMON va KAVEL TNV amopaitnT

evépyela e okomd vo dtopBmBel Eva cuyyevég petafoAtkd eEAGTTOO.

"Etot, 1 xop1ynon tov avasTtoAé®mv TOL EVEOHOV HETATPOTNS QY YELOTEVGIVIG (O-
MEA) kot tov avtayoviot®v Tov vrodoyéa ayystotacivng Il oe acBeveig pe DD-yovotumo
ACE (Angiotensin-Converting Enzyme, v 0po HETATPOTNG TNG QY YELOTEVGIVIG), LLE VIEP-
TAOT KOl HE apyikd onuaota BAEPNS Tov opydvav 6tdymv, GLUVOEETAL LUE TV IKAVOTNTA
AVTAOV TOV POPUAK®V VO, EEOVIETEPMDVOVV TIG TOAAATAAGIUGTIKES KO TIECTIKES EMOPACELS
g ayysotacivng I ota kiTTOpa TOL ayyelKoD TOYMOUATOS, KAOMDS KOl 6T KOPILOHVO-
kottapa. H mapondve tpocéyyion Bempeitar og 1 KAToAANAGTEPT 10TPIKN TPOANYN TNG
duoAerToVPYiOG Kot VTEPTPOPING APLETEPNG KOIMOS, TNG VITEPTAONGS, TG CTEPOVIING KO-
SLKNG VOOOVL KOl TNG GLUPOPNTIKNG KAPSLOKNG avendpkelag o€ dtopa pe DD-yovotumo
ACE. T'a mapddetypa, pmopel vo TpoyveoTel 1 avamtuén g otepaviaiog vOGou AOYm g
YEVETIKNG TPpod1dfeonc otn dSuvcMmdatptio Le TNV avamTuEnN NG ayYEWKNG 0lBNpocKANpm-
o1¢, OT1) dl0TOPOLYT] TOL CLGTHUOTOC TENG AHATOG Kot TN V@OOALGTG, GTNV EVE0ONAMaKn
duoettovpyia Kot ovaSIOUOPPMOT| AyYELKOD TOLYMUATOG, GTNV VIEPTPOPIL KOl OvadLoL-
LOPO®ON LVOKOPIIOV TNG APLOTEPNG KOIAING. XE OPIOUEVES TEPITTACELS, O AGHEVIG ovaL-
pévetal va £xel LYNAO KIVOLVO EUEAVIONG EUPPAYLOTOS TOV HVOKOPIIOL Kol TPV TV
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nAkia tov 40-50 etov, emmAéov 1 TOAVOTNTO AVATTLENG VTG TG LOPPNG CTEPUVINING
VOGOV UE OPIOUEVEG OAANAOLOPPES TTOPUALAYES TOV YOVIOTI®V TOV UEAETOVTOL, OVEAVETOL
OPOLOTIKA GTNV TEPIMTMOOT TNG LIEPPOMKNG COUOTIKNG doknong. Ot YeEVETIKA EVIOTIGUE-
vou Aefkol Bpopfoepuporiopol cuyvd PEPOLV TIG EMITAOKES OTIG YELPOVPYIKESG EMEUPEL-

OELG, OTO KOTAYLOTO, GTNV MY TOV OVTICLAANTTIKOV QOPUAK®OV KAT.

['a ™ Tpdyvoon g vréptaong, Aappdvetot vrdyn N Toav avENGT TOVOL TV
AVTIGTATIKOV ayyeiwv Ady® Tov avénpévov oynuatiopod g ayystoteveivng Il mov oeei-
AeTOol Gg P YEVETIKA oENEVN oOVBEST TNG ayYEl0TaGivG Kot awEnpévn dpdomn Tov o-

MEA.

Elvar yvoot) n vynAn cuyvotta tov aAinidpopeov E4 (yovidiov amoimwonpo-
1etvng E) o€ dropa mov whoyovv amd tnv voco AAtoyduep. H mopovsio twv opiopévev
AAANAOLOPPOV TOPUALXY®V 0VTOD TOV YOVISIOL UTOPEl VO DITTOSEIKVVEL TO OENUEVO, [E-
XPL Kot TO TOAD LYNMAO Kivovvo avamtuéng g mapandave achévelas. Me 1o €heyyo TV
yovidiwv 1" kou 2" dong amoto&ivoong pmopodv vo EVIOTIGTOOV GTopa e Tpodldfeon
o€ acBéveleg mov mpokaAovvtal amd dvcpeveig eEwyevelg mapayovies. [lpénet va onueim-
Ol 611 0 TPOGVUTTOUATIKOG EVTOTIGUOC TOV ATOU®V LYNAOD KIvOHVoL eUeAaviong aché-
vewg amoteAdet To Bgpédto yio v 0pOn 1oTpIkn Kot YEVETIKY GLUPOVAEVTIKY|, KOAOLOHOD-

pevn amd TNV €yKoupn Kot ETOPKY TPoANTTIkn Oepamneio.

["a tovg Kamvietég mov €xovv daypaeésg ota yovidro GSTM1 ko GSTT1, cuve-
g T EvOupo avtd amovcstdlovv, £xel dtomiotmbel 6TL 0 Kivouvog gppdviong Kapkivov
TOV TTVELLLOVO, VoL TEPITOL 3 POPES LYNAOTEPOS GE GVYKPLOT LLE TOVS KOTTVIGTEG TOV £X0VV
TN PVGIOAOYIKT AELTOVPYiO AVTAOV TV VDUV, ZTIg Kamvi{ovTeg YUVOIKES [LE aVETAPKELDL
GSTM1 ka1 v apyn popen N-aketvrlotpavopepdons (NAT2) o kivovvog kapkivov Tov
paotov tvan 20 popéc vYNAOTEPOG € GYEOM e TIG U KomviloVTEG.

H peAiét tov oykoyovidiov MYCLI1 €xet dei&et 611 0 MOALHOPPIGULOG TOV GUVOE-
ETOL e TNV AVATTVEN TOV TOAAATAAGLUGTIK®OV OEPYACLOV KLUPIMG GTOVS TVEVLOVES Kol

OTOVG HOOTIKOVG 0OEVESG, OMG EMIONG KO e TNV ToYEl EUTAOKN TOV AEUPOUOEVOV TN

dladkacio TG LETAGTACTG.

To mpoidv tov yovidiov CYPI9AT eivar n apopatdon. To coumioko tov evipov

apopatdong etvar vrevbovo yia ™ petatponn twv C19 avdpoydvov ce owotpoydva. H
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aAAayn ot dpaotikdtnTa ToL Yovidiov CYPI9A1 amoteAel Eva onUavTikd Unyovicpo g
avtoKpvig pHOuIong oty avdmTuEn tov dykov. H avdivon tov aAANAOLOp@OL TOAVLOP-
eopob v yovidiov CYP17A1 kot CYP19A1 smirpénel  mpdyvmon Kivddvov 0ykoyé-
VEONG KLPIOS GTOVG LOGTIKOVS 00EVEG. MEAETMVTOS TOV OAANAOLOPPO TTOAVLOPPIGUO TOV
yovidiov p53 umopel va ekTiunOet 1 xpNOWOTNTO TS KATAGTAATIKYG TOL AELTOVPYING OE
TEPIMTMOOT TOV TOAAATAACIOCTIK®V SIEPYACIHOV TOL opyaviopov. H katavour tov adin-
AOLOPO®V GTO YOVISIO TOV AdPEVEPYIKOL LITOSOYEN GUVOEETAL LE TN OPUCTNPLOTNTA TOV,
®oT1dG0, N aLENUEVT avipoydvog diEyepomn Tov evBHVETAL Yo TNV AVATTVEN KOPKIVOL TOV

TPOCTATN Kot yopaktnpiletot amd Toyeio LETAGTAGT TOL TPMOTOYEVOLS GYKOL.

O mpng éreyyxog TV yovidiov HETAPOAICLOD £EMTEPIKOV TTEPIPAAAOVTOG Kot
TOV YOVISI®V VTod0YEWMV, GUUTEPIAAUPAVOUEVOVY TOV YOVIOI®V HETAROMGUOD TV QOPLLA-
KOV, EMTPETEL TOV EVIOTIGUO ATOUMV LE «YPIYOPO» Kol «apyd» TOTO EEVOPLOTIKOD HETO-
BoAlool, aALY KoL TOV TPOGOOPIGHO TNG ATOUIKNG EVOcONGiag 6 S1APOopa PAPLLAKOLO-
Yk Tapackevdopate. Mg avtdv Tov TPOTO YIvETOL EMAOYT LI0G ATOMKNS dOOTG TV d10L-
QOpOV QupUAK®OV Kol TpoceyyileTon Eva 1avikod oynua egatopikevpuévng Bepameiog, on-

A0dn, ETLTLYYAVETOL O KOPLOG GTOYOG TG POPLOKOYEVETIKNG [78].

Mo va extiumBet n atopikn Tpodidbeon oTig S1APOPES TOALTAPAYOVTIKES 0GOE-
VELEG OMNUOVTIKO glvan va yivel pia oviAvom Yovidiov Tov HETAPOAIK®OV SOKAUOMGE®V
(metabolic shunt). Ta wpoidvta Tovg ddpapatiCovv Pacikd péAo oTig PeTafBOAIKES dlep-
yooieg. MEAETOVTAG TOV TOAVHOPPIGLO QLTOV TOV YOVIST®V ovOADOVTOL 01 1010TEPOTNTES
NG YEVETIKNG TPOSLAOESN S GTNV 0GTEOTAPMOT), GTNV EVOOUNTPImON, 6T Aoipmén amd tov
10 HIV, og moAlov¢ kapkivoug. O aAANAOLOPPOG TOAV LOPPIGUOC TOAADY AAAW®Y YOVIOL0-
KOV TOTOV OTOKOADTTEL U0 OVOUPIoPTNTN cvoyétion pe oafntn, abnpookAnpwon, v-

TEPTAOT), GTEPAVIOIN VOGO, YUYIKT acOEévela.

Eni Tov mapdvtog, maipvovioag vropy povo ta dtabéotpa dedopéva, n avdivon
TOV TOALDV YOVIOLOK®V OEIKT®V Umopel va OempnBel amoAdtwg dikatohoynpévn Onmg Kot
amodedetypévn pumopet va Bewpndei n cvoyétion petald TV YoVISIaK®OV OEIKTOV Kol TOV
coBap®dV VOO LATOV. ZVVETMG, OTIG ONUEPIVES NUEPES O SVVATOTNTEG TNG TPOYVMOOTIKNG

WITPIKNG EfvOl CNUOVTIKEC.
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H atopkn mpocéyyion tov acbevoig, faciopévn o€ po ETopKn epunveio Twv
OTOTEAECUATMV TNG YEVETIKNG AVAAVOTNG KO 1] GUYKPLOT) TOVG LLE TOL OEOOUEVO TWV KAIVIKOV
KO EPYOOTNPLUK®V HEBOOWV avAALONG, EMTPETEL TNV £YKALPT) O18YVMOOT TOV YEVETIKA KO-
Boplopévev acBEVELOV KOl TPOCPEPEL TO TLO OTOTEAEGLLOTIKO GYNLLOL TPOANTTIK®V Kot Og-

POTEVTIKOV HETPMV AVTIUETOTIONS TNG TABOLOYIKTG SladIKaGiog.

H poplaxn épevva eigépyetan evepyd otnyv Tpikn poaktikn. Kabe dvBpwmog Exet
TNV EVKOPI0 VO OTTOKTHGEL TIC OAOKANPOUEVEG TANPOPOPTIES Y10l TOL LOVOSIKE Y0P OKTTPL-
OTIKG TOV YOVISIOUATOG TOV, GUUTEPIAAUPOVOLEVIC TG KOTAGTACNG TV YOVISI®V TPOdLa-

Beomng.

Eivar onpavtikd vo onpetmdel 6tL OAo To Topondve avagepoieVa £(0VV VoL Ké-
VOLV LLE TOVG AEYOUEVOUG TPOYVMGTIKOVG YEVETIKOVG OEIKTES, fACEL TV OMOIWV UmopEl va
yiver o kaBopiopévn Stdyvemorn poévo ot mEPITTMON TG LOVOYOVISIoKkN G Taforoyiog.
ZOUQOVO PLE TIG GVYYPOVES 1OEEG, TPEMEL VAL S1APOPOTONOEl 1] £VVOla TOL «YEVETIKOV EAEY-
YOUV» 1] «YEVETIKOD Te6T» (genetic test, GT) amd ™ évvola TG «YEVETIKNG (LOPLOKNG)
avalvonc» (genetic assay, GA) [164, 165]. H tpdtn avagEépetal 6Tovg 1ayvOGTIKOVS
delktec, mov elvar EAGIGTOL OL YVMOGTOL Y10 TIG TOALTOPOYOVTIKEG OCOEVELES, Y10 TOPEL-
detypa, to aAinAdpoppo APOE E4 (vevpoeskpulioticés acBéveteg), N petahialn Leiden
tov apdyovra V (BpopPoeiric), MTHFR 677T (vrepopokvoteivaipio) Kot KOmTotot oA~
Aot. H ovoyétion tov Asttovpykd avemBoupunTmv oAANAOLOPP®V OVTAOV TOV YOVIOI®V e
T1G e€aoBevnuéveg avtiotoryeg LeTOPOAIKES aAVGIdEC OTMG Kot L OPIoUEVES TAHOAOYIKEG
KOTOGTAGEL, OvTIKATONTPILETAL GTIS ONUOGIEVGELS TV SOLPOPETIKOV EPYASTNPloV, OE
popovg TANOBVGHOVG, CLUTEPIAAUPAVOUEVOV TOV OEGOUEVOV HIOG LETA-0VAAVOTG TOV
YEVIKEDUEVMV OTTOTEAEGUATOV TNG OPYIKNG Epeuvag. QoTdG0, OVTEG Ol YEVETIKEG JOKIES

(GT) Bpiockovtor akdpo 6To 6TAdS10 KAVIKOV doKiumy [164].

Ta anoteréopata twv GA, oe avtiBeon pe tic GT, and ™ @vomn Tovg £rovv TOV
TPOYVOOTIKO YOPUKTPO KUl TPOTOV OTOKTI|GOVV TO KOOEGTMOS PGS YEVETIKNG eE€T-
ons (GT) amartovv ™ mepartépm empPefaimon, 1660 06 TIS AVAIPOUIKES 660 KO 0O
TIG TPOONTIKEG PEAETES. Ol LOPLOKES AVAAVGELG TOV TTOAVLOPPIGLOD TOV ETUEPOVS YOVI-
dlwv mov €yovv amoktnOel o€ apKeTA peydro detypa acBevav kot £xovv otnpiybel o Evav

KOTAAANAO aplBud opddmv gréyyov, £0T® oe éva TANBuoUd M GTOVS KATOIKOLG MG
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TEPLOYNG, TANCIALOVV TOL KPLTHPLOL TOV £XOVV OPIGTEL Vi £vaL YEVETIKO TE6T. O1 Tpohmoné-
GELG IOV amottovvTal Yio TV motonoinon e GA wg GT avanticcovtal ni Tov TapOVTOG
a6 v Evponaikny Enttponn yio v AvOpomivn F'evetikn [166]. Topomva pe tig telen-
taieg e&eliéelg g Ymmpeoiog Ievetikov E&etdoewv tov Hvopévov Baotieiov (United
Kingdom Genetic Testingnetwork), n mototnta tov GT a&loroyeiton facel Twv axkdOAoVO®Y

1e00GpwV Kovovov: [164]

1. AvoluTikn KoToAANAOANTO
2. Kl a&omotia

3. Kiwum ypnowomta
4

HOwm), xowvovikn Kot voUIK: GCOUROPP®GT).

Xtnv EALGoa

O gpguVNTIKOG TOUENS TG YOVIOLMUOTIKNG EvOt 10104TEPQ OTTOLTNTIKOG KO OLVTOY OVIGTIKOG,.
Amottodvtot TEpACTIO ETEVOLTIKA KEPAAaa oTa omoia 1 EALGSa dev pumopodoe va avto-

ne€éADeL Kot KOTd GUVETELD VO EUTAOKEL.

To 2018 pe mpmwtoPoviria tov Topéa Epevvag kar Kawvotopiog tov Ymovpyeiov
[Moudelag kot og cvvepyasio pe To Yrovpyeio Yyelag Eexivnoe oty EAAGOa 1 Agttovpyia
AKTOOL Y10 GTOYXEVUEV €PELVA KO KAVIKES EQOPLOYES 6TO avadvuopevo tedio g latpr-
KNg Akpiperog. 1 mpdtn edon, o Alktvo Ba eotidosl 6ty oykoloyia yio tnv aglomoi-
non vEoV QopUAK®OV TOV UITOPOVV VA TEPLOPICOVY TNV 0YKOoYEVEST. Me ypnuaToddTNnoN
a6 €0vikovg TOpovg peyarvtepn TV 5,4 ek. gupd to EBvikd Alktvo latpikng Akpifetog
otV oykoloyio amoteAeitanl amd Tig téooepic Movdoeg latpikng Axpipelag (MIA), dbo
otV Anva, o oty Oecoalovikn ko po otny Kpnm. Zradwokd to Aliktvo 0o enextei-
VEL TNV GLVEPYACIO TOV LE OYKOAOYIKEG KAWVIKEG 6€ OAN TV EALGOW, doTe vo TpospEpel
vINpecies £ykapng didyvmong kot Oepaneing o oykoAoyukos acheveis. Xto Aiktvo avtd
&xovv Nom KANOEel Kot LETEXOVY CULAVTIKOL EPEVVITIKOTL KOl 0KOOTLLOiKOT POPEIS TNS XDPOG
OV OPUGTNPLOTOLOVVTOL GTO YMPO TNG EPELVOS KO TWV KAIVIKDOV EQAPLOYDY TNG LOPLOKNG
Bloioyiag, TG Tpikng ko g TAnpogopiknic. H latpikn AkpiBeiog vrdoyetat Evay kOGO

omov:

V' n Subyvoon piog acBévetog Oa sivar 1660 andf 660 1 Aqyn aipotog
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v\ n emhoyn eapuakov Oa yivetar pe eEoupetiky axpipeia
V' n Bgpameio 0o sivar omOAVTA TPOGAPUOGHEVY OTN YEVETIKH GVGTOCT TOL KOO o-

ofevn yopic avemBounteg evépyeleg [167].

Q061660 VIGPYOLY INUOCIE VOGOKOUEID KOl OIOTIKA KEVTIPO YEVETIKAOV OVOAD-
GEMV, YOPIG OU®G VA VILEPYEL EXIOUN TGTOTOINGN Y10 TNV TOLOTNTO TOV TEXVIKOV 0V
AMOGE®V TOV YPNOIUOTOIOVVTOL. 1€ CLYKEKPIUEVO TUNHOTO ONUOCIOV VOGOKOUEI®V TTpaLy-
LLOTOTTOLOVVTOL EEETAGELS Y10 GLUYKEKPULEVO YEVETIKO VOOT|LLATO, OTMOG 1 LEGOYELOKT] OVOLL-

uia, n OpouPoidio, N KVOTIKY tveoT Kol KATOWO €101 KANPOVOUIKOD KOPKIVOD.

210 «Inmokpdreio» Nocokopeio kabmdg kot oto Tunua Xepovpywng ‘Epgvvag
tov [avemompuiov AOnvav mpaypotonoodvton 1€t pe arpoinyio yio ta yovidiw BRCA1
kot BRCA2 tov owoyevoig kapkivov tov poactov, yuo to yovidlo FAP tov owoyevoig
KOPKIVOU Tox€0¢ EVIEPOL (OIKOYEVIG OOEVOUATOING TOALTOS10GN) Kot Yo o yovidio
hMLH1 kot hMSH?2 tov otkoyevoig kapkivov Tov opBol/may£og evIEPOL (UN TOAVTOSHKT

veomlacia).

>10 Nocoxopeio «Aredvdpar, to B Evdokptvoroykd tunqua o1e&dyet yeveTiko
1e0T Yo 10 Yovidro RET, mov agpopd tov kAnpovopoduevo kapkivo tov Bupeoetdote. To

KOGTOG KOAVTTETOL OO TAL AGPOAIGTIKE TapLElaL.

210 Nocoxkopeio «Aywog Zappacy, oto tunpa ['evetikng npoypatorotovvion do-
YVOOTIKA, TPOYVOCTIKA Kol avtomokplong otn Oepameio, yovidlokd TEGT Yo S10POPOVS
TOTOVG «EYKATEGTNUEVOL KAPKIVOLY, O ALY OO, TOAAATAN LVEADUOTO, AEUPDLOTA,
HVELOSVGTANGTIKA GUVOPOLLO, COUPKAOUATO KAT., Ol OL®MG TEGT TPodldbeong Y avtodg
TOVG TOTOVS KOpkivov. To KOGTOG SaHOPPOVETOL VAAOYa LE TO €100G TOV Te0T. Emiong,
TPOGPEPOVTOL VINPECIEG YEVETIKNG GLUPBOVAEVTIKNG HEC® YEVETIKMOV TEGT OVIXVELONG

KANPOVOLOVUEVOD KOPKIVOD.

[evetikég eEETACELS Y100 OPIGUEVO VEDPOAOYIKE VOOT|LLOTA YIVOVTOL GTO «ALytv)-
te10» Nocokopeio. Eniong, 1o odvoro tov Ilavemompiov kot Epgovntikov Idpupdtov

™G YOPOS OPUCTNPLOTOLEITOAL TAPAYWYIKA OTIG TEYVOAOYIES OLYUNG.

210V TOUéN TNG LETAYOVIOI®UOTIKNG KO LOPLOKTG OLYVWOTIKNG EUTAEKOVTOL &-

vepyd Kot 016.popeg EAANVIKES EMLXEPNOELS OTMOC Ol AKOAOVOEG:
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BioGenomica, http://www.biogenomica.qr/en/

Biomedcode, http://www.biomedcode.com/

InterGenetics, http://www.intergenetics.eu/

ProtATonce , http://hbio.gr/member/protatonce

Micro2Gen, http://micro2gen.com/

GeneKor, https://www.genekor.com/el

AN N N N N

Health Genomics, info@healthgenomics.qr

5.2. Tevetko nMpodih wg LaTpko epyaheio Tou pEAOVTOG

g J1popa S1YVOCTIKA KEVIPA TAYKOGHIMS ¥PNGUYLOTOI00VTOL EVPEMS Ot Loplakég pLéBo-
d0t y1a T S1dyvmoT YOVISIHKAOV Tadnce®V, Yo TNV avayvoplon TePOlVYOTIKNG LETOPO-
PAG TV TOOOLOYIK®OV HETOAAAEE®V GE OIKOYEVEIEG LYNAOD KIVOHVOUL, Y10 TNV TPOGVUTTM-
patikn diyvoon tov acbeveidv pe kabootepnuévn ekONAMOT Kot Yo TNV TOVTOTO{NoT)
TOV ATOH®V (YEVETIKG OOKTUAKG OTOTUTAOUOTA). ZTOOOKE 0 YEVETIKOC EAeyyoc Kepdilet
70 £00POG GTO. TAUIGL TG TPOYVOSTIKNG (e€atopikevévng) 1aTpikng,. Etvon mpogavéc to
YEYOVOG OTL 01 LEAETEG OTEC EMPEPOVY L0 GUCCMOPELST] TV FEFOUEVOV Y10, TO YOVIOI® L
TG0 TOV UELOVOUEVOV ATOUOV OGO KOl OLOKANP®V OIKOYEVELDV, ONANST, Ol ATOUIKEG Kot
owkoyevelakég facelg oedopévav Tov DNA dapopedvovtot otadtakd. Mo fdon oedopé-

vov DNA gv0g aTopov €ival TO «YEVETIKO TPOPIL» TOV 1| «YEVETIKOG YAPTNS».

‘Eto1, éva yevetiko npo@ik sivan po atopikn Baocn ogdopévev tov DNA mov
OVTIKOTOTTTPILEL TO HOVOOLKA YEVETIKA YOPOUKTNPLOTIKA TOV KAOE aTOpOV, TN TPOSLA-
0gon TOv 6€ OPIGUEVES KANPOVOMIKES, TOAVTAPAYOVTIKEG Kol dAAleg aoBéveies [7, 8,
168].

Ot TAnpoPopieg TOL TEPLEYOVTAL GE VT TO «UOVAIKO £YYPaPO» (YEVETIKO TTPO-
¢@iL) pmopovv va fondfcovy 6Ty amoeuyn TV SPOp®V avTIpdcemy g {ONng Tov oyeE-
tiCovtot pe TNV ayvonon TV OTOUIK®OV OPOUKTPLOTIKOV TOL YOVISUDUATOG EVOG OTOUOV,
ONAOdN TOV EWVIKOV YOPOKTNPIOTIKAOV TNG KANPOVOUIKOTNTAG TOVL. Ta dedopéva antd emt-
Tp€novv o€ KaBe AvOPOTO TNV TANPT) GLVEWONTOTOINOT) TWV YEVETIKOV TOV IKOVOTNTOV KoL

AmoTEAODV aVOUPIoP TN a&ia Y10 TOVG OmOYOVOLS TOL.
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Xapn otn gvpeia E1I0AYOYN TOV HOPLOKADV SLOYVOOTIK®OV TEYVOAOYIDV GTN GVY-

YPOVN 10TPIKN, N WE€a TNG dnuovpyiag evog YeveTikov xdptn Ppioketon o1 610 6TAG10

TPOYUATOTOINONG KOl O OPOUOG TV YEVETIKMV EAEYXOV TOL ATOTEAOLY TO BEUEAIO TOV,

av&avetat paydaio. QoTdG0, 0 GYNUATICUOG KO, WO10ATEPA, 1] TPOKTIKY XPNOT EVOG YEVETL-

KOV TPOPIA emTPENETOL LOVO Kol EPOGOV TANPOVVTAL ETAPKMG O1 CVGTNPEG ATOLTIOELS, Ol

onoieg mepthappavovv: [7]

v
v

TO AEMTOUEPDC LEAETNUEVO YOVIOLOKO OTKTLO TNG KABE TOALTOPAYOVTIKNG VOGOV,
T a&lOmoTo, KAVIKA Kot TAnBuopiakd dedopéva mov emiefardvouy ) GUUPOAN
TOV OVTIGTOY MV YOVIOLOKMOV OEIKTOV 6TV TafoyEVELD TNG TOAVTOPOYOVTIKNG VO-
ooV,

NV O0EGIUOTNTA TOV AVTITPOCHOTEVTIKOV OES0UEVOV Y10l TOV TANOLGUO NG Tte-
pLoyns N vy acbeveic g avtiotoryng €Bvotikng opdadac, mov emPefaidvouvy
GLGYETION TOV YOVISIIKADV SEIKTAOV TOVL TEGT/ OOKIUNG LE TV acOévela,

NV oTafGpéEVN epunveia AmOTELECUATMV TOV YEVETIKAV TECT TNG YEVETIKNG TPO-
duabeong,

TIG GLUOTACELS GYETIKA LE TO ATOTEAEGLLOTO TOV YEVETIKOV TEGT (OEOOUEV YEVETL-
KoO TTPOeil),

MV TOPOKOA0VONON TV HOKPOTPODEGH®V ATOTEAEGHAT®V NG KATAGTAONS V-
vetog evog ac0evovg LETA omd T YEVETIKES OOKIUEC,

TNV EUTIGTEVTIKOTNTO, O10OEGILATNTO KO VOUIKT] OGPAAELOL.

Zmv apykn Tov ékdoon [169], Evag atopkdg yeveTikog yaptg (YEVETIKO TPoid)

neplapPove Ta akOAovBa KOplo TUNLLOTOL

v

v
v

7o, OEOOUEVA TPOCOTIKOD YOPAKTNPO (OVOUATETDOVUUO, £TOG YEVVIIONG, £0VIKO-
mia),

TOV KOPLOTLTIO TOL 0oBEVOVC,

TOV O1KO TOV YEVETIKA TAVTOTOMUEVO opBud mov AapPdvetor pe ) néBodo g
YOVIOLOLOTIKNG OOUKTVAOGKOTNONG KOl AVTITPOSMOTEVEL TOV 12- yNero apBuo,

TOL ATOTEAEGILATO OOKILMY Y10 TOVG ACVUTTOHOATIKOVS POPEIS LETOAALAEEWV T®V TTLO

CLYVOV LOVOYOVISLHKAOV acBevel®mv (PA. mopakdTm),
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v\ 1 Tpo-cVURNTOUOTIKY Stdyvoon acdeveldv pe kabdvotepnuévn exdfimon (BA. ma-
POKAT®),

V' 10 0moTEAEO AT SOKIU®DV TOV YOVISIHKOV SEIKTMOV 6T0 GUYVE TOATOPOYOVTIKG
Voo Lot

v\ NV W0TPIKY, YEVETIKN YVOUT / COUTEPUCHO CXETIKG LE TO AMOTEAECLLOTA TNG YEVE-
TIKNG CLUPBOVANC TPV KOl LETA TO YEVETIKO TEOT,

v TIC GLOTAGEIS OYETIKA LUE TO OTOTEAEGUOTO TMOV YEVETIKMY TEGT 6TOV GOUPBOVAO KoL

Oepdmovta wotpo.

H mAnpng éxdoomn tov yevetkol yaptn mpénet vo TEPIAAUPAVEL TOGO TO ATOTEAE-
OLOTO TNG LEAETNG TOV «TTPOSUOEGIOKAOVY YOVISI®MV OGO Kol TNG LEAETNG Y10l TOV LGV UTTM®-
HOTIKO QOPEN TV GLYVAV KANPOVOLUK®V acOeveEI®V (apoppo@iiag, KuGTIKNG tvwong,
(QOVVAOKETOVOVPLNG, KAT.). Enl Tov Tapdvtog, ot S1ayveooTikéG SuvaTOTNTEG TOV VPICTA-
pevev poplak®v epyactnpiov ot Pocia, coprepirapfavopévng mg Aylag [etpodmoing,
TAPEXOVV €VE OAOKANPOUEVO GUVOAO OTAPOiTNTOV YEVETIKOV eEgTdcewv. Mia amd Tig
TPAOTEG EKOOGELS TOV KYEVETIKOV TTPOPiA» mov mpotddnke 10 1997 kot yio mopamdve omd
10 ypévia avortooosetan oto Ivotitovto Epevvov D.O. Ott g Pooikng Axaonuiag latpt-

KoV Emoemmuov, eaivetor oty Ewkéva 5.2.

Huepopnvia yévvnong
ApLBpog TautdTnTOg
EQvikOTnTO
TEOT yEVETIKIG MpoSudadeansg
. Bpoyyixd dodpa: GSTMI; GSTT1
Kapudtunog Awayvwen yia EvSopuntpiwan: GSTMI; NAT2
etepoluywtia (dopiag) Ooteandpwaon: VOR: COLIAL;CALCR

MEPoTUUNTWHKTIKF SLEYVWOTIKR
1) Neupoexguliotikd voorfioara:
HD; SCAL;DRPLA; AR; SCAZ; MPL
2] Oikoyevijc Kapkivos paatod:
BRCAL;BRSAZ
1) uwoyeviic edevwparwdng rodvnodioon:
FAP;[ARC)
4) Ndoog rov Adroydiuep: P51; P52
5] AdAax

KuaTikr iveaan;

Muikn Avetpopia Duchenne;
Arpoppopidia A;
Danvulketovoupio;
Adpevoyswnmixd otvlpopo;
Newniaio puikny etpopio

FoviSuwpatikn anotimwen
VWF5S; APOB; ARS;
HPRT;STRX 1; HLA

IATPIKH TENETIKH ZYMBOYNAEYTIKH

NAHPO®MOPIEZ MNA TON MNATPO KAl TON AZOENH
NPAKTIKEZ ZYZTAZEIZ

Kpdvie amoppaktikn Bpopyitida: ERHXI CFTR

Kaprive touv mvedpowve: GSTMWI; GSTT1; NATZ: CYPIAL:
p53-6; p53-16; p53-72

Kaprivog rov mpoordrn: AR p53-6; p53-16; p53-72

Kapxivog tov pootod: GETWI; GSTTI; GSTPI,; MYCL1,
NAT2; CYP1AL; CYP17AL; CYPI9AI;
p53-6; p53-16; p53-72

Kapxivog rov mayfos evrdpou: GSTMI; G5TT1; NAT2

AeaeBirirng 10 HLA DR wee DO, (DR3 woee DRA); MICA; VDR

loyaijikng Kapbiakry Ndoog: APO E; MTHFR; APO C; PON;
FVe PVl ACE

Aprtipiakn urépraan: AGT, PAIL; ACE; ANT

Meprodovrikr wooog: IL 1A (4845)+ IL1E (3854)

Adxoodioude: DROI; DATI

Nepropevia: DRD2A: DRD2

KAnpovopukr poutopidia: F5

Avitextikdrnra ae HIV Aoipwin: CCRS (32del+)

Ewxova 5.2 Hapddetpua yevetikob mpopil (yevetikos yapng) [112]
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Eni Tov mapodvtog, puovo opiopéva atotyeio evog yevetikol xaptn Ppickouvv
YPNOT TOLG GTN TPOKTIKT (SOKIUES 6TOVG £TEPOLVYDTES (POPELS), YOVIOLOUATIKT OOKTVAO-
oKkomia, kapvotunia). [Tio cuyvd kot pévo 6 okoyéveleg LYNAODH Kvdvvov eEetdleton 1
KAnpovopukn mpodiabeon vy Ppoyykd dobua, dtafntn kot ooteomdpwon. Eivar evkoro
TAE0V Vo TPOPAEYEL KATO10G OTL GTO €YYOC HEALOV £VaG TETOL0G «YEVETIKOG YapTnS» Oa
ypnoporomOei evpémg otnv KMvikn Tpaktikn. [ToAAd yeveTikd dayvootikd teot Oa yi-
VOUV TAEOV POVTIVA, OTTMG Y10 TOPASELY O, 01 LV OIS epyacTnplakég eEeTdoelg (eeTdoelg
aipLaTog, 0OVP®V, TPOGIOPIGHOG TNG Opadag aipatog Kot tov Rh, dokipég yio Aoumon vo-
onpata kAm.). To yevetud mpoeid mov mapovsidleror otnv Ewdva 5.2. avtuotontpilet
TOVG YOVIOLKOVG JEIKTEG KOl OPIGUEVO KOO TOALTOPOYOVTIKA VOGTLLALTO, TOV MTAV YVO-

016 pwv to 2000.

Muepa, 6to gpyastiplo Tov Ivotitovto Epguvav D.O. Ott g Pooikng Akodn-
piag latpwov Emotpav aviyveboviar mepimov 100 yovidiakol deikteg mov oyetilovran
pe d1dpopeg moAvmapayovtikés maboroyieg. Emmiéov, mepilntn e€étaom eivau n eE€taom
YEVETIKNG TPOOIABESTC Yol [ia 1] TEPLOCOTEPES VOGOAOYIES, Y10l TIG OTOIEG, COUPMVA. LLE TA.
OTOTEAECLLOTO TNG TPOKATOPKTIKTG YEVETIKNG CUUPBOVAEVLTIKNG, 0 acOeVT|G £xEL TPAYLATIKO

Kivdvvo [170].

[Two mponypévog otV KAWVIKY| paployn €ival 0 YEVETIKOS YEPTNG avOTAPay®-
ykng vyelog. Eival to amotélecpo v moAdypovmv OAOKANPOUEVOV LEAETMOV TNG YUVOL-
kelag avamapaymyikng Aertovpyiog oto Ivotitovto Matevtikng ko Mvaucoroyiog D.O.
Ott SZO RAMS (Ayia [Tetpovmoin). O moapamdve ¥EpTng GLVIGTATOL Yl TN YPNON OTO
Kévtpo Owoyevelaxob IIpoypappatiopod, oto I[Ipoyevymrikd Kévipo kot ota GAla Tun-
pata tov Ivetitovtov. Xpnoiponoteitol evpEmS amd TOVG YEVETIGTEG KO TOVG LOLEVTIPEG-
yovorkoAdyoug tov Ivetitovtov yia tic e€mtepikég cupfovievtikég emokéyelc. o éva
Cevydpt mov oyedtdlel modi, EKTOG Amd TNV AVAALGT TOL KOPLOTVTOV KOl TOV EAEYYOL TNG
etep@UYOTIOG 0TIG HETAALAEELG COPAPDOV KANPOVOUIK®OV VOOV, TPOYVMOGCTIKY| CNUAGT0L
&xel M e€€taom g yuvaikog o€ YOVISIoKE TAVEL TV VOCLATOV TOV «TEPITAEKOVVY» TNV
EYKLHOOULVT], TNV avAamTuén Tov uPpHov, Tov ToKETO Kot TNV TEPTI000 LETA TOV TOKETO (YEL-
povpyiKn enéuPoot, covnoispévn amofolrn, Kipoddelc eAEPeS, epuPpuikn avemdpreia) (Ei-

Kova 5.2%). ' Tovg YuvakoAdyoLus Kot ToVg EVOOKPIVOAOYOUG LEYAAO EVILAPEPOV EXEL T
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eEEToom NG KANPOVOLIKNG TPOSIAOEaNC Y10 TV EVOOUNTPIMGT, TV AOEVOUDMOT KoL TV

LETEUUTVOTOWGLOKT 0oTE0TOpwan [170].

(5)

Teot yevetukng npodiabeong:
‘ . {a: F5;MTHFR; PAI1; PLAT;
Hupouniayivmrg e iR b
EBvidtnra Tofwisoeis: GSTP1; PAIL; TNFA; NOS3; ACE;
(1) PON; ITGB3; HLA-G; GSTN1; ERHX1 (10)
(2) 2 ZuvnOrc anoBoAn: GSTM1; GSTT1; GSTP1;
e latpwk /yevetn DRB1; DQA1; DQB1;MTHFR (7)
oupBouAevTIKN 0 TELYEPLA || AcaBritng romou 1: HLA DR kat DQ (DR3 xat
(3) | DR4); MICA; VDR, CTLA4 (6)
purA— (4) AwaBrTng Ttumou 2: DQB1; ACE; TNFA;
YORONE . ottuvo: | | PRARA; PRARD; TCF7L2 (6)
etepoluywria (dopeis): | | IANPODOPIES VTN OUOVO: | | 5o o oiion: GSTT1; GSTMI; CYP19;
Miotet duorpoeia Duchenne; | | G)ERYROE A Seepm Rl | | EPHX1: NAT2; TNFA; IL4R; CYP1A ()
:;‘:’ppof::::;la. u MdEewy TR0 KO (?:)nmnopwan: VDR; COL1A1,CALCR ER1
Abpevoyevvnuxd oOvSpoyo; Hovoyowsiaxiv vooniday (3) Bpoyxixo aodua: GSTM1; GSTT1; TNFA;
Nwrniala pvixn atpopia IL4; IL4R; NOS1 (8)

FENETIKH KAl MAIEYTIKH ZYMBOYAEYTIKH, et a.m " .‘ vl . !
; Kot EAaTTwuaTa ouvinéng VEUpIKou
NAHPO®OPIEZ A TON MATPO KAI THN EKYO, owARve: MTHER; MTTR (2)

ANANTYZH TAKTIKHZ AIAXEIPIZHZ THZ ETKYMOZYNHZ,
NPAKTIKEZ ZYZTAZEIZ

Ewcova 5.2 Tevetikés ydptns ts avamapayoyikiic vysiag, GMRH (Genetic Map of Reproductive
Health) [170]

[d1aitepn mpocoyn €xetl doBel 6N AvAAVOT TOV KANPOVOLUKADV HOoppav Bpopfo-
@WMag yio Tig omoieg éxetl avamtuyBel Eva e1d1ko pukpoProtoin, Fibrochip [155]. Ot kiwvi-
KEG OOKIUEG TOV YeveTikoD yaptn avamopaywyikns vyesias (Genetic Map of Reproductive
Health, GMRH) enikevip@voviol Kupimg oTIG LELOVOUEVEC VOGOAOYIES, OMmG 1 evdoun-
tpimon (Tpdyvmon g vOGoL Kot 1 ETAOYY TOV PBEATICTOV TOKTIKOV TG Bepameiag), M
KAnpovopukn Opoppoeidio, ot Topdyoviec amoPoAng Kot AVETAPKELNS TOV TAAKOOVTA, 1
to&ikmon Ko wpoekAapyio (Tpdyvmon kot TpOAnyT). Ot TANPoPopieg OYETIKE e TOVG
YEVETIKOVG OEIKTEG TNG LOLEVTIKNG TOOOA0YIOG TOV GVGGMPEVOVTOL KATA T OLAPKELN TMV
TPOOTTIKMV JOKIUMV AmoTEAOVV T Pdomn Yo pa mo dadedopévn eilcaywyn tov GMRH
oV KAMvIKN TpokTikr. Ot edég katevbuvtnpleg Ypoppés mov onpoctebnkay to 2009
elval aplepmPEVES GTOV YEVETIKO YApTT avorapaymyikig vyeiog (GMRH). 'Eva onuoavtikd
HEPOC OVTMOV TOV CLOTACEMV EIVOL 1] EKTIUNOT TOV OTOTEAEGUATOV TOV YEVETIKAOV EEETA-

cewV Kal 1 whavn epunveia toovg [171].
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Xoppova pe tig ovotacels tov Iaykodspiov Opyavicpov Yyeiog (ITOY) ta yeve-
TIKAQ T€0T Oa Tpémet va. deEdryovran pe tnv eBelovTiKn, cuveldnt cuvaiveon Tov e&etalo-
LLEVOL TTPOGMOTOL, ONANOT KATA TNV EVNAIKI®GT] TOV. ATTO TUTIKY GO, CVTO CTULOLVEL OTL
Ol ONUOVTIKESG YEVETIKES TANPOQOPiec Aapupdvovtat apyd, 60tav to 0pEAN Yo To Eetalo-
LEVO ATOWO KOl TOLG GTEVOVG TOL GLYYEVEIC Exovv xabel oe peydho Babud. Aappavovrog
VEOYN TN ONUAGTO CVTOV TOV OEGOUEVAOV Y1a TIV VYELD TOV TTaid100, TNV OPLOVIKT Stopdp-
(OO TNG TPOCOMIKATNTAG TOV, TNV 0pOOAOYIKT SOTPOPY), TNV OMOTEAEGUOTIKY EKTTOI-
dgvom, T abANTIKES SpacTnpldTnTES, TOV PEATIOTO EMAYYEALOTIKO TPOCAVATOMOUO Kot
NV KavOTNTO TPOANYNG OPICUEVAOV AGHEVELOV KABVGTEPTUEVIG EKONAMGONS 1 OOKTNON
eVOG yeVETIKOD YAPTN G€ MKp1 NAKia @aivetal ducatoroynuévn. Mia mbov tapailoyn
TOV YEVETIKOV YAPTN Tod1o0 e PACT TV ATOTEAECUATOV P0G LEAETNG YOVIOLOKADV GL-

oyeticemv, mapovotdleton otnv Eucova 5.2 P

Agv pmopel va amokAeloTtel 10 Yeyovog 0TL, KaB®G emtAvovtal ta NOkd Kot Kovo-
VKGO TPOPANUATO TOV GLVOEOVTAL LLE TNV £pELVA TOL avOpdTIvoL Yovidiwpdrtog (PA. Ke-
Qa0 7), ot yeveTikég dokipacieg Ba deEayBovv vpémg Kot og mpoyevéoTepn NALKia omd
OLTIV TOL CLVIOCTATAL CNUEPA. X& KAOE TEPIMTMOT, GE OIKOYEVEIEC LYNAOD KIVOLVOL Yo
10 OPnn tHmov 1, to Ppoyykd dobua, To chvopopo aevidlov Bavatov, Tig daTapoyEs
KOpOLOKNG aymyns Kot puBpov, 1o HetafoAlkd chvVOpopo kot mayvoopkio, kabmg Kol o€
TOALEG BAAEG VOGOAOYIEG, O TPOANTTIKOG YEVETIKOG EAEYYOG Elvol OIKOMOAOYNUEVOG GE LUt~
kpN NAkia. Dvokd, propetl va mpaypatorombel povo pe ) cvykatddeon TV YOVE®Y,
VO TV KaBodNYNON TOL TAUSINTPOL KOl GE GLVEPYOGIO TNG OIKOYEVELNS LLE TOV 1ATPO YeE-

VETIOTY).
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P Teot yevetikig npodiaBeong:
Huepopunvia yévvnong Bpoyxixé aodua: GSTM1, GSTT1,GSTP1,CC16, IL4, IL4R,
EBvikoT na NOS1,TNFA
Ootgondpwon: VOR; COLIAI
AwaBnTns runou I: DQA1, DQB1, MICA; CTLA4
Kapudrurnog Aptnplakn unépraon: ACE, AGT, AGTR1, AGTR2,BKR,
REN, ADRB1, MTHFR, NOS3,MTRR, APOE, APOC3, PPARG
KAnpovopuixr OpouBogiAia: MTHFR, F5, PAlL, FGB,
ITGB3, F2
zm,‘;’l‘:"w:;“ etepoluywria (Gopelc) )00 6 oh s cuvBpopo: APOE, APOC3, AGT, ACE, AGTRI,
Mol Auarpozpia DOchenne: AGTR2,BKR, REN, ADRB1, ADRB2,DQB1, DRD2A, SR,

o IGF1, PPARD, PPARA,PPARG, UCP2, UCP3, TNFA

Aytoppoplria A; X

daiAxetovoupla; ?;:::mltgunatdmmc. CYP1A1, GSTM1, CYP2(C9,
ASPEVOYEWNTIKO OUVEPOUO; x :

Nwnaia pvii ag i Merauooxevoetg: CYP2D6, CYP2C9, CYP2C19, TPMT

AvdAuon yoviSiwv nmou ennpealouv To §ous oto

aAKOOA Kat Ta vapkwrika: DRD2A, SR

MNpodbiadeon os ouykexpiuéva £ibn adAntiopol: ACE,

AGT, AGTR1, BKR, REN, AGTR2, MTHFR, ADRB2, ADRB1,
AAHPOBOPIEZ NATON NUATPO, APOE, NOS3, ITGB3, CD36, VDR, AR, AMPD1, PGC1A,

TOYZ FONEIZ, ANANTYZH TON TAKTIKOQON CNB, ACTN3, DRD2A, SR, IGF1,PPARD, PPARA, PPARG,

UCP2, UCP3

AvOsktikotnra os HIV Aoipwén: CCRS (32del+)

AIOPONIHI TOY TPONOY ZOHZ,

NPAKTIKEZ ZYITAZEIZ

Eiwxéva 5.20, I'svetikog yaprng nardikijc vyeiag [171]

2V66mPEVHOVTUL TAYEMS KOl Ol TANPOPOPIES Y10 TOVS YOVIOLKOVG OeikTeg Paom
TV onoimv umopet var ektiunBel 1 KATEAANAOTNTA TOL €PNPOL Yo £va GLYKEKPLUEVO G-
OAnua. Eni tov mapdvrog, vdpyovv mAnpopopieg yio oxeddv 150 dtapopetikd yovidio mov
eAEYYOLV TN PLGIKN e£EMEN €V ATOLOL, TOL OTTOla Elval GNUOVTIKA Y10l TNV EMAOYN TNG
KOTOANANG YOUVOOTIKAG Kol TV dLvNTiKG eAmido@opmv abintov [172]. Kdamowo and
avtd To yovidla £xovv dokipaotel o opadeg afAntomv kot oto Ivatitovto Epsuvav D.O.
Ott ¢ Poowng Akadnuiog latpikedv Emommudv (RAMS) [173]. Bdoel tov mpokvmrtd-
VIOV OTOTEAEGUATOV CYNUATIOTNKE O YEVETIKOG YAPTNG ToL afint (exdoyn tng Russian
Academy of Medical Sciences - RAMS), cuprepilapfovopuévng g SoKng yovidimv mov

kaBopilovv ta eLoIKA YopakTNPLeTIKG £vOG atopov (Ew. 5.27).

‘Etot ota dropa pe avénuévn uoikn 0pactnplotnTa Kot avtoyr], OnAoadn YEVETIKA
7o KataAANAa Yo abAnpoata, tapatnpeitor o yovotomog C / C yio moAvLopiopo yovidiov
DRD2, n petopévn mosotnto TV TETPAvOVKAEOTIOIK®V enavainyemv TTTT oto yovidio
apopatdong (CYP19A1), o yovoturmog I/ I tov yovidiov petatpenticod evibpov g ay-
yewteveivng ACE kot 11 opoluyotikdtnta otn adovivn Tov mpoidvtog yovidiov yio Tov

vrodoyéa CASR, gvaicOnto o aoPéotio [172].
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"Eto1, mapd To0g Yvmotohg vopukovg Kot n0ikovs mEpLopioons, TNy EAAEWYN TAN-
POPOPLDY Y10 T YOVIOLOKE OTKTLA TV S0POP®V HETAROMK®V S1EPYUCLOV KO TOAVTOPL-
YOVIIKOV acOeVEL®V, TNV EALEWYT TTEIGTIKOV GTATICTIKMOV TANPOPOPLOV Kol TAPH TNV O~
TeEA KAVIKN epunveio Tov amotelecpdtov yeveTik®v 10T (PA. Kepdiato 6) n dnpiovpyia
evog yevetikol yaptn (ad1dpopov peyéboug) yia ta tadovtovyo dtopa Oa mpénetl va eivon
KaAodeyoOuevn. To cLYKEKPILEVO 1ATPIKO £YYPAPO UTOPEL VO TOPACYEL ONUOVTIKY] Po1|-
Ogla Katd v e€€Taom TG KOTAGTAONS LYEIOG KOL TNV EKTIUNOT) TOL SLVNTIKOD KIVOVVOU
Y1 TOALEG 06 0EVELEG (OTOLUONTTOTE TOAVTAPOYOVTIKT VOGOG) GE LEAT] OIKOYEVEIDYV LYNAOD

KvouVOoU.

Muik S0vapn: AvOpwmopETpLKA oToLXEia:
NR3C1;VDR3; IGF2; ADRA2B; CDKN1A; MYOD1;CYP19;
GDF8; RB1 COMT; MC4R (V103 1)

lovidia puokrg Spaotnplotnrag:
DRDZ2; ACE; CASR; LEPR; CYP19A1

Enoyr Tov abAfparog: Nepiopiopol otov abAntiopsd:
stayer sprinter
REA 2378 GG e GK; AMPD1; SGCG; MTCO,
ACE I/t b/o ITGB3; K-, Na-avtAiec

Eiwxova 5.2 7 Ipoapetinog yevetikog ydptng tov abinti [173]

‘Etot, mapd t1g avoapepdpeveg SUGKOMES KoL TN TPpoPavy] aTéAELR TNG GVYYPOVIG
TPOYVMOOTIKNG LUTPIKNG 1) O1EEAYOYT TOV YEVETIKAV TEGT POAVETOL APKETA PEAAIGTIKN OTIG
OKOYEVELEG LYNAOD KIVOHVOL Y10t cOBapEG TOALTTAPAYOVTIKES 0GOEvVELEC, GTOVG EmAyyEL-
potieg afANTEC, 6TA ATOUO TOV OKPOIMV ETAYYEALATOV KO YEVIKE, GTOVG 0VOPAOTOVG TOV
EVOLPEPOVTAL VA LABoLV Yol TO Yovidiopa toug. H peydin mpaktikny onpacio Tov yevett-
KOV TPOQIA Y10, TNV avVOTapoy®YIKN VYEia givor emiong TPOPavIG.

H tayeio mpo0dog oT1g epeuvnTIKEG TEYVOAOYIEC TOL AVOPDOTIVOL YOVISIOUOTOS, 1
eueavion Tov prlikd véwv pHeBodmv avaAvoNg TOL YOVISIMUOTOS KOl TMV VTOUOTOTOL-

pévov DNA aviyveutdv vyning omddoong mov emTpémovy v aAiniovyton tov DNA

dekadmv ekatoppvpiov Levydv Pacewv o pia nuépa, PeIOVEL priikd Tov ¥pdvo Kot TO
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KOGTOG NG dtadIKaciog aAAnAovyiong avlpmmvov yovidiwpatoc. Tov Mdio tov 2007, o
exkvntg tov Tpoypdupatoc «AvOpomivo INovidiopoy kol epevpéng g dtdlonung ot-
g éakog DNA, kafnyntig James Dewey Watson, éAafe évav mAnpn xdpt tov yovi-
dwpatds ToL 1¢ PpaPeio yra ) cupPorn tov oto Ipdypappa AvBpdmivov INovididpatog.
[ToAb chvTOopa, TOVE XEPTEG TOVL YOVIOLOUOTOS TOVS TPAY Kol 0 dtevbuvini tov [d1mTikod
Epevvntikov Ivetitovtov avBpomivou yovididpatog o Craig Venter kot o George Church,
éva G0 evepyd pELOG TOL TPoypappaToc. Etvatl onpoavtikd va onuelmdel 4t kot otig 600
TEPUTTOCELS VINPYOV TANPOPOPIES Y10 TN TPOTOPYIKT VOUKAEOTIOWKT akoAlovbio Kot TV
Vo KAdvev DNA tautdypova, dniadt|, Bo UTopovce Kaveic vo EKTIUNGEL PEAACTIKE TNV
KATAGTOOT OA®MV TOV AAANAOLOPO®V TOPAALAYDV TOV KAOE Yovidiov. Kat ot tpeic mpoa-
VAPEPOEVOL ETICTHUOVES £XOVV GUVALVEGEL GTI| TOTOHETNON TOV YOVISIOUATIKAOV TOVG
YOPTAOV 6TO ALadiKTLO YWPIg KavEVe EOBO Yol TV OTOKAAVYT] OVTOV TOV EUTICTEVTIKOV
TPOCHOTIKMV TANPOPOPLDV GE TOYKOGULO EMIMEDO. LNUEPA, TO KOGTOG LLOG TETOLOG AVAAL-
ONG TOV HEHOVOUEVOD Yovidudpatog £xet pewwbet ota 1.000 dordpia kot eitvor mAéov mpo-

o116 6€ ekatoppdpla avOpmmovg otov mhavitn pog! [21]

Agdopévng ot g TepPioTaoNngs, 0 101 AVOPEPOUEVOS AUEPIKOVOS ETIGTILOVOG
George Church mpdteve Y10 T0 KOO KOl TOVG TAYKOGLUIOVG EMGTHOVEG £val VEO TPO-
ypoppo mov ovopdletar «E&aropkevpévo yovidiopa» (Personified genome) [20]. O
OKOTOG TOV TPOYPAUUATOS fvar 1 01EE0Y®YN GLYKPITIKNG AVIAVONC YOVIOLOUAT®OV TTAY|-
povg peyEBovg TV TOAADY YIMASWV avOPOT®V, TPOKEUEVOL VO AroKTNOoVV o1 TANPE-
OTEPES TANPOPOPIES GYETIKA LLE TN GYECT YOVOTLTOV-QPALVOTOTTOV, Va. BpeBohv Ta yopakn-
PLOTIKA YVOPIoUATO TNG CVUGYETIONG OOUNG TOVL YOVISIOUATOS, TOV TOAVUOPPIGHOD TOV,
KaB®OG Kot TIG AAANAOLOPPES TOPOAAAYEG TOV LELOVOUEVOV YOVIOI®V LE GUYKEKPIUEVT
naforoyio, CLUTEPIAAUPAVOLEVOV TOV TOAVTAPAYOVTIK®OV 0c0eveEI®V. £TO TANIG10 0L TOD
TOV £pYoL TPOTaONKE dWPEAY AAANAOVYIOT TOL YOVIOIOUATOG GE Atopa €0ehovTéc Ko pali
LLE TO 1TPIKO TOVG apyeio TomobeTONKe 610 A1dIKTLO Y10 TO AETTOUEPT] KOl OAOKANP®-
pévm €pevva

dvuokd, dev Ba Pépovv GAa Ta Yovidla TV ovopacio «yovidiov mpodiafeonoy.
Qo16060, pe ™ Pordeta TV PLOTANPOPOPIKAOV HEBOI®V KOl TOV EAEYYOV YEVETIKNG GUGYE-
Tiong (Genome-Wide Association Screening) yovididpatoc, 0o To KOPLA YOVidro Tpo-

01d0gong 0o eviomioTovy ypiyopa, Ba tavtomomBovv ot aAANAOLOPPES TOPAALNYES TOVG
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oV GLUPAALOVY 1], AVTIOETMOC, EUTOOIoVY TNV AVATTLEN UG TTOAVTOPOYOVTIKNG aGOE-
velag Oa avayvopiotovv pe axpipeta. I'a to Adyo avtd, mapd v atérelo TV o1 VEL-
OTAUEVAOV LEUOVOUEVOV YEVETIKOV YOPTOV (YEVETIKAOV TPOPIA ), TOV TEPLOPIGUO GTa OE-
dopéva Yo TOVG KUPLOLG YOVIdLOKOVG dgikTeg mov oyetifovton pe achéveles, Tig meplopt-
OUEVEG TPOYVMOTIKEG OLVATOTNTEG TNG OVTIKELLEVIKNG CUUPBOVANG GYETIKA LLE TO. ATOTEAE-
OLOTO TMV YEVETIKOV EEETAGEMV, Ol TPOSTADEIEC TPOG TNV KatehOLVOT aVTH TPETEL VAL

HeYloTomomOouv.
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Kepaharo 6. MpodlaBeoiakol yovidlakol EAeyxoL ylo moAumapayo-

VTIKA voorjuata

Onwc mpokdmtel amd TV avackonnon g PipAloypagiog Kot TV Topondve 0E00UEVOV,
Ol UEAETEG YOVIOLOK®MV GLOYETICEWMY, dNAOON Ol avalNTNOELS TV YOVISI®V OEIKTOV TOV
ovoyetiCovral pe d1dpopec morvmapayovtikés acOévereg (MFD) éxovv d10d00el oe )Xo
TOV KOO0, OTMG EMIONG TOPOVGLALOVTOL GTIG £PEVVEC TV KOPLOOIMV EPYUSTNPIMV Kot
YEVETIKOV KEVIPpOV NG Pwoiag. Zdpeova pe ta dedopéva deBvoic kMpakag, yAboeg
TOAVLOPPIKES BEaelg dokipalovtar kabnuepva yia va S1omioTmBel 1 GUVOEST] TOVS LUE TIG
acBéveteg [174]. T moALéG cuyvéc MFD éyouv evtomiotel ) Bpickovrot vid perétn mepi-
nov 100 vroynea yovidie, oto kabéva amd to omoia mapovctdlovtal apKeTEG TOAVLOP-

OcéG BE0ELG OLLPOPETIKNG AEITOVPYIKNG ONUOGTOG.

Ta televtaio ypoOVia, LE TNV ELPEAVICT] TOL AETTOUEPOVS YAPTN LOPLOKOV OEL-
KT®@V (SNP - Kepdrato 2) kot tov protein vyniig avarveng (300-500 yihadeg onueia),
TMV YEVETIKOV EAEYY®V OAO Kot TePLocOTEPO Ypnoipomoteitar n pébodog GWAS (Genome
Wide Association Studies) [175]. Mg ) cvykekpyévn pébodo £xovv tovtomombel eka-
TOVTAOES VEN DTTOYN PO, YOVISLOL KOl AVAVULOT TOAVLOPPLIGHLOL, VTEVBUVA Y10l TIG OEKAL GV-
xvotepeg popepéc MDF ommg o dafrtng tomov 1 ko tomov 2, | vocog tov Crohn, o kop-
Kkivog Tov paoTob, 0 Kapkivog Tov mpostdrn, 1 vocog tov [dpkivoov kot dAra [175]. O
OLVOAMKOG apBOg TV acBeveudv Tov dokudoTnKay pe T nEBodo avt €xel pBdoel 6TIg
176 ko cvveyilel va av&aveton pe taydtepovg pvhuovg. H cuykpriikn perémn g yopo-
KINPIOTIKNG KATAVOUNG TOV OAANAOLOPPIKOV Tapailaymv o acOeveic pe MFDS kot og
VYLELG €xEL ONUOVPYNOEL P VEX £VVOLWL, TO «YOVIOI®UATIKO TPpo@ik Twv MFDSy», dniadn
Qo Kotavopun Tov aAANAOpopewv SNPS mive 610 yovidiopa, YopaKTnploTIKy Hog G-
yrekpévng vooov. ‘Exyovv moapovciactel kot mpomBovvial d1dpopa EUTOPIKE YEVETIKA
TEGT, CUUTEPIAAUPOVOUEVAOV KOl TOV «OUTOUK®OV YOVIOIWUATIKOV TPOPiA» omd didpopa
dwyvootikd kévipo Apepikng (Celera, Myriad genetics, Decode, Navigenics, 23andime)
kot Avtikng Evponng (Sciona, Gendia) [176]. Qot600, 01 GucyeTIGHOl TV TOALAPIOUWOY
YOVIST®V-OEIKTAOV Kol TOAVUOPPIKAOV TOTWOV LE TNV acHEVELD TAPAUEVOLY OVETIGNLOL KO-
0d¢ Tave and 10 5% TOV EVIOMIGUEVOV GUGYETIGUMV £X0VV omodelydel wg Tuyaiot [174].

SOupova pe ToAODG €101KOVE, OTN HOPLOKN KO YEVETIKN 1OTPIKN €YEL TPOKOLYEL W10
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OPKETA OVIOLYNTIKN KOTAGTOCT OTAV 1] EUTOPEVUOTOTOINGT Kol Ol EMYEPNOELS Eemep-

vouv Vv gmiothun [174].

[Tov mpémet va d00el Tpocoyn MGTE Vo U Topepmodiletar 1) evpeia E10AYMYN TOV

AVOUPIOPNTNTOV ETTEVYUATOV TNG TPOYVMOGTIKNG LOTPIKNG TNV KAWVIKY TPOKTIKY);

V' Zmv tekunplopévn a&lomoetio e cLeYETIONS EVOG GLYKEKPLUEVOL YOoVISiov 1| To-
Avpopoiopov pe MFD

v Zmv 0£10AdyNoT AmOTELEGUATMV TOV TPOYVOGTIK®DY YEVETIKMV TECT.

v Zmv artohoynuévn xpion (0QEL0C) TV TPOYVOCTIKOV YEVETIKOV TEGT Y10 TOV

avOpwmo.

To endpeEVO KEPAANO AVAPEPETOL GTNV AVAALGT AVTAOV TV OeUdTOV.

6.1. A§loToTia TN CUOXETLON YOVOTUTIOG-ALVOTUTIOR

Eni tov mapdvroc, vrdpyovv mepinov 1024 kivikd yevetikd teot yio MFD kot mepiocd-
tepa a6 ta 300 T1e0T MOV VIOPANONKAY GE TPO KAVIKEG Kot KAIKES dokipués [177]. T
TOALEG TodvTapayovTtikeg acBéveleg (MFDs) éxovv 1o eviomiotel Ta «kOpoy yoviola, 1
CLUUETOYN TOV 0ToimV o€ pia 1 AN TaBoAoyia Exel emPefoarmbel amd v Epevva TOAADY
EPYAOTNPIOV GE AVTITPOCOTEVTIKEG OPddeg achevav. Avtég neptlapfdvouv, yio mapd-
detypa, ) voco Artoydep (APOE4), tov dafrtn tomov 2 (PPARG, TCF7L2, KCNJ11),
TOV YEPOVTIKO EKQLAMOUO TG O)Pag apeAnotpoedot (CFH), tov cuotuatikd epvbn-
patmon Avko (JRFS), tov kapkivo tov mpootdrtn (meproyn JF1H), tov cakyapmdn ot
tomov 1 (HLA, INS, IL2RA, PTPN22), v avtodvoon Bupeoeiditida (CTLA4), v voco
Hirschsprung 1 cuyyevég peydicoro (tabnon, katd tnv omoia Aeinel cuyyevdg (e YEVETNG)
N TopacLUTaONTIK) veVpwon Tov TEPLpeptkov evtépov) (RET), v acBévein Crohn
(CARD15), m pevpotoedne opbpitida (PTPN22) [120, 178]. Zfuepa, ot NAEKTPOVIKEG
BAacelg 6£d0UEVOV TV YEVETIKOV GUGYETICUAOV TTEPLEXOLY amoteAéspata Twv 8.000 pele-
10V o 70 acBéveleg, ta&vounuéveg oe 10 dapopetikég katnyopies. Ilap '6Aa avtd, N
OTAGCT TOAADV EMOTNUOVOV OTEVOVTL GE AVTA TO ATOTEAEGHLOTO EIVOL TTOAD EMUPLACKTIKT).
e peydro Babuo n otdon ot oPeIleTOL GTO OTL OEV LITAPYOVV CVCTNPE CTATICTIKA TEK-
PO Yo TOPOVGTa TETOLMV GUOYETIGUMOV. 'Evag amd toug onpavtikodg AOyoug avtng g
ATOKALONG/d10popdg elvarl OTL 6TIG HEAETES XPNOLOTOMONKOY GYETIKA UIKPA OeiypaTa.
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2V KoAOTEPN TTEPIMTMOON, Ol OUAOEG TEPLOPILOVTOL GE EKATOVTAOEG ATOO, EVM Y10, TN
MY TOV 6TATIOTIKA 0EOTIOTOV 0EG0UEVOV OTALTEITOL 1] CLYKPITIKTY YEVETIKT OVAALOT)
o€ Oelypoto TOAMGV YIAMAd®V YoV Kot acBevav [174]. Agv givor Tuxaio 6T o€ YEVIKO
EAEYYO YOVIOIMUATIKOV GUGYETIGUMV YPNOUYLOTOIOVVTOL TOVTOXPOVO, OPKETES YIMADES O~

ofevav pe cuykekpipévn voooroyia kat tovAdytotov 3 000 dtoua eléyyov (pair-matched
control) [175, 179].

O debtepog oNUAVTIKOS AGY0G TNG LETAPANTOTNTAG TOV YOVISIOKADV CLUGYETIGEMV
etvat o1 IANOVGULIKES S10POPES OTIC AAANAOLOPPES cLYVOTNTES. Agv lvar Tuyaio OTL Ot
EVTOTGUEVEG OAANAOLOPPES TAPAALAYES, TTOV ATOOEIKVDOVV TN oTHacio piog 1) GAANG ov-
OYETIONG, OTNV OUAOOTOINGT TV ded0UEVOV amd SLOPOPETIKES LEAETEG, TTOV EXOLV Yivel
o€ opdodeg acbevov and dAlovg TANBLGHOVS, GVYVAE VIToAoYilovTol KOTA LEGOV OPO Kot
yivovtal otatioTikd avaglomiotes. 'Etol, n kabiepopévn cuoyETion TOAVHOPPIGHOD GTO
yovidwo mapdyovia vékpwong 0ykov (TNFA) pe to épopaypa Tov pookopdiov 6tovg Ké-
towkovg g Ayiog Iletpodmoing, o pia petd-avaivon pe 19 diiha épya tov Pocov ent-

omudvev, katéinée avaélomot [180].

H avéyxn yio peydio detypota voryopevetotl omd Ty YoUnAn cuyvoTnTa ToV GYE-
TIKOV Kvdvvov (relative risk - RR) mov deiyvel o0 o cuyva mopatnpeitar n vrod uehém
ac0éveln e ATOWLO TOV TAPOVGLALOVV EVaL GUYKEKPIUEVO OAANAOLOPPO N TO aVTiBETO, TOALG
OLOPOPETIKG. OAANAOUOPPO. GTOL AVTIGTOLYO YOVIOLO OEIKTEG GE GUYKPIOT UE ATOUN TTOV €-
YOVV OLaPOPETIKG OAINAOLOP@O 11 aAlnlduoppa ota ovTicTotya vroyneua yoviowa [101].
ZuvnBmg, Yo Toug NN YvmSToUS Yovidtokovg deikteg mov cuoyetiCovtan pe MFD, n tyun
RR dev vrepPaivet to 1,5 kar cuyvotepa eivan evtodg 1,16 - 1,2. Qg ek tovtov, n supfoin
ToV KaOe yovidrakov deiktn otnv avdmrtuén towv MFDS givar oyetikd pikpn. Xovendg, yio
va TEKUNPLLOEl avotnpd 1 TOpovcior Lt GLGYETIONG, OTOLTOVVTOL EKTETOUEVEG YEVETIKEG
peAétes. 'Etot, cOp@va e Optopéves EKTIUNGELS, Y10, Vo aodelyfel ) un toyaio cuoyétion
TOV Yovidiov g pebvievo-teTpaidpo@uiiikng pedovktdong (MTHFR) pe m otepaviaio
v660, yperdletan va degaybel épgvva og 11.162 acBeveig IHD kou og 12.578 dropa opddag
eléyyov [174]. To 1610 1oyVEL Kot Y10, T GLOYETION TNG OTEPOVINING VOGOV LE TO YOVIOl0
evlopov petatpomng g ayyeloteveivng (ACE), ypetdletar va e&gtacBovv TovAdyioTov
5.000 acBeveig kot 6.000 paptopes. Asdopévov 6Tt Topdpoteg LeAETeg dev £xovv de&oyDel

YL KOVEVO, YVOOTO YOVIOWIKO OEIKTI, OPIGUEVOL EMIGTNUOVEG TIGTEVOLV OTL OAEG Ol
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YVOOTEG GLOYETIOEIS TV Yovidimv pe Tig¢ MFDS dev éxovv akdun tekunprmdei [181]. ITt-
oteveTal OTL Yia vo amodelyfel n mBavomta 90% wdémolov idovg cuoyéTiong pLetasd evog
yovidiov kot pog vooov pe RR =1,25, anouteiton o perétn pe 5.000 aoBeveig kot TovAd-
yxrotov 5.000 dropa opdadag eréyyov. Ipoteivetan emiong va avéndel katd cvvieleot
1000 7o eninedo omovdadtnTag, To p < 0.00005 avti ya to cvvnbicuévo p <0.05 [174]. H
napovoio piog peBddov Ommg o Ereyyog yovidtakmv cuoyetiopmv (GWAS BA. Kepdioto
4) Mvet prlcd to (o avaglomotiog 6ta TPoyVOoTIKd YeveTikd teot. 'Etot, Katd v
a&loAdynon Tov Kvovvov pePAayraTog puokapdiov pe avtn ) néBodo, Katd v avaivon
tov 85 SNPS, n a&omiotio Tov avayvopiopéveav cuoyeticewv avtiotolyndnke og p <

0.000.000 1! [182]

"Evag dAA0¢ onUavTIKOG TOPEYOVTOS TOV AOJEIKVIEL T PIOGILOTNTO OVOyVOPL-
OUEVIG GLGYETIONG Elval 1) avTLYpa®n TNG, ONACOT 1) AVOTOPAYOYIHLOTNTA TOV TOPOUOLOV
OTOTEAECUATMV TOV TECT GTA £pya AAL®V gpguvntov. Eni Tov mapdvtog, yia v aviivon
a&10moTiog TG CLGYETIONG AAANAOLOPP®V TOPAAALYDV TOV OLOPOPETIKADV YOVISI®V YpN-
GLOTOLOVVTOL EVPEMG O1APOPES GTATIOTIKEG HEBODOL, ®GTOCO, dev £xel emtevyDel akdun

Kamolo cuvaiveon eni Tov Ouatog avtov [183].

[Towa elvon M outior pog tétolog HETAPANTOTNTOG YEVETIKOD TOAVUOPPIGHOD TOL
evromiletal Katd SAPKED TOV YEVETIKOV eAéyywv mpodidbeong ota MFDS; Yrdpyovv

noAhoi vrevbuvol mapdpetpot Onwe: [174]

V' ot oA AGpopeeg Tov oyetiCovtar pe Ta idto MFDS oe d1dpopovg tAinducpong umo-
pel va etvor d1apopeTIKé,

v\ 0L suyvoTNTES TOV OAANAOLOPQ®V GE d1dpopovg mAnOvGovg gival Tepinov idieg,
aAAG 1 svpuPoAn Tovg ot maboyévela tov Vo peAétn MFED va etvon dtopopetikn,

v' o1 maboyevetikéc dwapopéc Twv MFD pmopei va opeidovtar otic 18101tepoTNTES
dpdong TV eEDTEPIKMV TAPAYOVTIWV GE SOPOPETIKES YEMYPAPIKEG GLVONKEG,

V' ot avakpifeleg 6tn KAk didyvoon (GQAAIATO 6TO CYNUATICUO KAVIK®V Opd-
dmv),

v\ M yevetikf otpopatonoinon tov vd puedétn TAnbvouod (Topovsio TV VIOTAN-

BuoudV pE TN apyKA SILPOPETIKT GUYVOTNTO TOV OVOAVOEVTOV AAANAOLOPO®V).
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Ymapyovv kot 016popot GALOL TaPEYOVTEG TOV TAPEUTOSILOVYV CTUAVTIKE T1 GO-
o1 a&loAdYNoN TNG TAPATNPOVUEVTG GVCYETIONG YOVOTLTTOV - POLVOTOITOV, OKOUT) KOt OV

N a&loAdynon oty ivol oToTIOTIKA 0EI0TIeTN:

v" H onpeioduevn cvoyétion umopel va pn oyxetiletal pe 1o Toavtomomuévo yovidio -
deikmn M pe kdmotov tomo (GAANAOLOPPO), OALA pE Eva GAAO YOVidlo 1| TOTO (OA-
AIAOLOPPO), OTEVE GUVOESIEUEVO e EVOV AYVOGTO UEYPL TOPO TOTO 1 AAANAO-
LOpPPO, TO TPO1dV omoiov eumiéketar oty maboyévela tng MFD.

v" H gvtomouévn cuoy£TIon UmopEl, 6TV TPAYUOTIKOTHTO, VO UNV 0popd To id10 10
VIOYNPLO YOVidlo, aALA Eva dALO YOVidLo, TO TPOidV Tov omoiov avticTaduilel Ast-
TOVPYIKE TN EMIOPAOT) TOL UETAALOYUEVOL YOVIOIOL (eMGTOTIKY] aAAnAeTiopaon
TOV YOVIOI®V).

v Ipaxtikd aveEepedvneg mapopévovy ol aAAniemidpdoelg yovidiov-yovidiov, ka-
g Kot 01 CAANAETIOPAGELS TV VITOYNPLOV YOVIST®V [E TEPPAAAOVTIKOVG TTOpdL-
YOVTEG,.

v' H maboyévela kénorag MFD pmopei va givon anotéleopo duoiettovpyiog tmv yo-
VIdiwV £vOg Uy VA dtopopeTikoD yovidtakol dwktdov (BA. Kepdiato 3).

v Mol pe tig Tomikég yioo MFD, molvyovidiokég pHop@éc, cuyvd cuvovtiohval Kot
KOWEG LOVOYOVISLOKEC LOopPEC (0oTEOTOpWOT|, VOGog Parkinson, vocog Alzheimer,

ddpopeg oykoroyikéc mabnoelg) [101].

Ddvokd, 6Lot avToi 01 TAPEYOVTEG CALOUDVOLY CIUOVTIKA TNV KAVIKT E1KOVOL TNG
vOG0oVL, TEPAEKOLY € peydAo Babud T cOoT TOVTOTOINCN TOV YOVISI®V EIKTOV Kot
Vv a&loAOYNGN TOVS GTNV HETA-AVAALGT TOV JAPOP®V ETICTNUOVIKOV EPYOV. AVOyVo-
pilovtag avTovg TOVE TEPLOPICHOVS KOl TIG OAEG TIG SVOKOAIEG TOV QVTILETOTILEL O YEVETL-
KOG EAEYYOG TPOKEUEVOL VO AVAYVOPLOTOVV 01 dgikTeg Tv MFD, givan onpavtico va 600t

1N TPOGOYN OTIS 0KOAOVOEG TEPIOTACELS:

v T 6heg Tig MFDS o1 6yé6£1¢ YOVOTLIOL-QavOTOTOV £ival TAvTOTE TOUVOLOYIKES
Kol 0V €lval aoTNPA VIETEPUIVIOTIKEG, ONAadN M akpifela TG ddyvmong Tov
DNA tov MFDs, cg avtiBeon pe Tic povoyovidlokés, moté oev Bo TAncidcet to

100%.
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v O1 opddec TV aodevdv Kol VYOV ATOU®MV OTIG HEAETES YEVIKAC YOVISIOUATIKAG
OLOYETIONG, TPAYLOTL, TEPIAAUPAVOVY YIALAOES ATOA, YEYOVOS TTOV TTPOKTIKA €Y-
yodrot v a&lomoTtio TV EMTEVYOEVTIOV amoTELECUATOV.

V' Ot avoyvepiopéVol e TOV ELEYXO YOVISIOUOTIKNG GLGYETIONS, Ol Yovidiakol dei-
KTEG Kol 01 TOTOL, TEPIAAUPAVOLY TTAVTO TIC CLGYETIGEIS TOV £XOVV TPOGOIOPIGTEL

TPV pe GALeG nebddovg (VOGOC — ELEYYOG KTA.).

Dduoikd, avtég ot datdtelg ypetdlovrol Tepatépm Pertimon kot emainBevon, o-
010G0 KOl GE aVT LopPTn dlvovv dONoN Yia va Yivouv o EKTETAUEVES TPO-KAVIKES KoL

KAMVIKEG OOKLUEG TMV 10N TPOGOIOPICUEVAOV DTOYNPLOV YOVIdi®V Yo o cvyveés MFD.

[dwitepa «Boiucoi» yia yevetikég dokipés eivar oo MFD 1 poprakn Bdon twv o-
noilmVv amotedeiton amd yovidla, Kuplwg evog Yovidtakol dtkTvov, 6mwe 1 Opoufoeiiia (yo-
vidta g mENG aipaTog), 1 vIEPTACT) (YoVidla TNG GEPAS PEVIVNG-0YYELOTEVGIVIG), OL dlai-
TOPayES LETAPOAIGHOD TV Mmidimv (Yovidia Tov peTafoMSHO TV MTdiwV), 1| LEHOVE-
pévn evoucOncio oto eappaka (Yovidlo Tov GUGTHUATOS 0moToSiviong) kKA. EAéyyovtog
TIG AAANAOLOPPES TAPUALAYES TMOV TOPATAVE® YOVIOIOV, GUYKEVIPDOVOVTAL OPKETES TANPO-
Qopleg Yo TNV KOTAGTOCT EVOS GLYKEKPIUEVOL UETOPLOAIKOV GUGTILOTOG, OEOAOYEITOL O

Kivouvog g epedviong vosou Kot epaprolovtot KATIAANAL TPOANTTIKG LETPA.

Mia onpavtikr} duckoAio. 6TV a&lOAOYNON TOV ATOTEAECUATMOV YEVETIKMOV TECT
napovotdletar ota MFD pe o ovvBetn autoroyio, oty maboyévela g omoiog epumAé-
KOVTOL OLOPOPETIKA YOVIOLKA OlKTLA, Yo TapAdElypa, T0 Bpoyykd doOua, n 06Te0noO-
pwon, N evéountpimon, N mpoekAapyio, n covnOicuévn anofolrr). Xtov EAeyyo yovidimv
SLPOPETIKMOV UETAPOAMKADV 00DV GLYVA OeV EVTOTILETOL O «OdVVALOG KPIKOG» TOL EVEYEL
kivduvo yia Vv vyeia. 261000, KO GE QLT TN TEPIMTWOGCT, UE TN CVYKPIOT TOV KAVIK®V,
EPYOUCTNPLOKMV KOl YEVETIKMV 0e00UEVOV pmopet va kabopiotel n didyvmon kat va d00ovv
amoPoiTNTEG GLOTAGELS Yo TNV Bepaneia. To BEpa avtd e&eTaleton AemtoplepEsTEPA GTNV

EMOLEVT EVOTNTAL.

6.2. AELOAOYNON TWV AMOTEAECUATWY YEVETIKWY EAEYXWV

Ot yevetikég dOKIEG E10GYOVTOL OAOEVO KOl TEPLCGOTEPO GTNV KAVIKT TPOKTIKT), YEYOVOG

mov gvBoppuveTal Omd TIC ALENVOUEVES avAyKeEG TOL TANOBLGUOD GTNV VYEIOVOLUKN
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nepiBaiym vynAng texvoroyiag. IlapdAinia, o acOevEésTEPOG KPIKOG TNG TPOYVMOGTIKNG
OITPIKNG TAPAUEVEL 1] EIOAOYNOT) TWV OTOTEAECUATOV YEVETIKOV EAEYYWOV, 1) OTTOL0 TPETEL
VO TPOYLOTOTTOLEITOL AQUPAVOVTOS VITOYT TIG 1)O1) CLUGCMOPEVUEVES YVMDGELS CYETIKA LE TOL
YovidraKa diktva TV cuykekpipéveov MFD, ta mAnfuopiokd, QUAETIKG Kot NAKIOKE Yo~

POKTNPLOTIKA TV GUYVOTHTOV OAANAOLOPP®Y TOAVLOPPIGUOV (BAETE 6.1).

Aopupavovtog voyn tov mavoTIKO YOPOKTNPO TOV YEVETIKMV TPOPAEYEDY KATA
N SOKIUN TNG KANPOVOUIKNG TTpodidBeong oty MFD, o apketd amAin pébodog Pabdpo-
AOYNoNG, n omoia YpNoIUOTOLEiTaL 6E OpIopEVES dLTIKEG Ydpeg (m.y. Harvard School of
Public Healt, Zyol Anudoiag Yyeiag tov XapPapvrt), umopei vo fondncet oty extipnon
TOV KIvdUVov KAnpovoutkng mpodiabeonc. H pébodoc ot ypnotponoteiton 6€ pepkd ké-
vipa G Pociog mov degdyovv yevetikég egetdoetg (Ivotitovto Emotnuovikng ‘Epgvvag
™mc latpikng levetiknce, Ivotitovto Emotpovikng Epsvvag D.O. Ott SZO RAMS) [155,
184, 185].

H ovcia g pebddov eivar ) €€ng: kB mapaiiayr] TOL YOVOTLTOL EKTIUATOL
o€ vrofeTikog Pabovs, avaioya LE TO OV TO AVAYVOPICUEVO OAANAOLOpQQ Eivol Tpo-
oTaTELTIKA 1 TPoodleTa otV avdmtuén g mtaboroyioc. Bacel tov yovidimv mov peie-
mOnkav, cuvoyilovtatl 6ot ot Babpol kKot extipdror o vd Opovg kivdvvog g acévelog,
®G UEGOG, YOUUNAOG 1 VYNAOGS. Optopéveg amd Tig mapairayés e Pabrorodoynong, extdg
amtd ToV LITOAOYIGHO TV BaBdY TOV YOVOTLTOL, GLUTEPIAALBEVOVY Kol LTTOOETIKOVG Pob-
HOVG Y10l TOVG O1APOPOVS EEWYEVEIC TaPAYOVTES (OVOUEVEIC EMTTAOGELS, GLVNOELES, POPLLOL-
KEVTIKT 0y@yN KAT.) T0 AVOPOTOUETPIKA GTOLXELN, TNV COUATIKN dPOGTNPLOTNTA, TO PVAO

Kot to Bapog.

Metd 10 yevetikd €heyyo o eEeTaloOpevog AapPavet £vo TOPIoUO TOV AVOPEPEL TO
yovidtla Tov avaAlvdnkay Kol TIG TOAVHOPPIKES TOPOAAAYEG TOVG. ZVUOE®VA LLE TOV YOVO-
TUTO, YIVETOL [ EKTIUNOT KIVOUVOL, DITOSEKVDOVTOG TV OVAYKN Y10 TEPALTEP® Bepamev-
TIKA, SLOYVOGTIKA Kot TPOANTTIKA HETPa. Ot Tapandve TAnpogopieg Tpoetotpdlovral amd
TOV YeVETIOTN MOl e TOVG €101KOVG OV £YOLV TPAYUATOTOMGEL LOPLAKT OVAALGT Kot
petafipalovion Egywprotd otov Bepdmovia 1oTpod Kot otov acbeviy. H cuvextiunon avton

TOV TOPICUATOG HE KAVIKA Kol EPYOCSTNPIOKA OTOTEAECUATO EMTPENEL Vo EKTIUNOEL O
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KWvdOVoL ovarTuEng pog ocvykekpyévng MFD kot katd cuvénela va mpotadei mo amote-

AEGLOTIKO TPOANTTIKG Kol OEpATEVLTIKO TTPOYPOLLLLL.

Oa mpémel va AneBel vTOYN OTL pial TETOL0 OTAOTOINUEVT] EKTIPNON ATOUIKOD
Kwvouvov (BAEme mopamdvem) eitvorl KATAAANAN Yo YEVETIKA TEGT GTO TANIGLO EVOC KAAG
KaBopIoPEVOD YOVISLOKOD OIKTVOV TTOV EAEYYEL LOVO Mo HETABOMKN aAvGida (TT.y. TV
CLOTNUATOV OTOTOEIVMONG, TG TNENG AATOC, TOV AYYELNKOD TOVOL, TOV HETOPOAICLOV
Mmdimv). Aev €xel vompa va csuvoyilel kaveig Toug fabpovg yio ta yovidto Twv dlopopmv
SIKTO®V TOL GLUUETEYOLV amd KOwoL otV tafoyéveln TV mepiocdtepwv MFDS (doOua,
00TEOTOPWOT, Kapdtayyelokés mabnoels, evoountpioon kAn.). Xe autn Vv mepintwon,
KOADTEPO €lvat v VITOAOYIGTOVV Egxmprotd ot Pabuol yia Kabe Eva yovidiaxod dikTvo kot
OTY GLVEYELD, GLYKPIVOVTAG TO OTOTEAEGUOTO TOV AQUPAVOVTOL O TIC EPYUCTNPLUKEG KO
KAMVIKEG PEAETEG, VO OTOPAGIOTEL € Tola OpAda Kivdvvov Ba mpénet va tomobetel o e&e-

talouevog achevi|s.

H amdvinon pumopet va gival mo avTikeyevikny 6Ty TePInT®on Tov gival duvarty|
1N 6VYKPIOT TOV AMOTEAECUATMOV TOV TPOEKLYAV OO TIG YEVETIKEG EEETAGELS EVOG GTEVOD
ovyyev] mov hoyel amd TV 101 MFD. Xg kdBe nepintwon, n andvinon Ba eivorl Kabapd

TOAVOAOYIKNG PVCEMC.

Mia oAb onpavtikny fondeta 611 cwot epunveia TV amotelecudtov Umopet
Vo TopExeTol amd £va, EW01KO TPOYPUULN VTOAOYIOTH. Mo mapoaAloyn TapOUOloV TPO-
ypaupatog Exet avamntuydei otn TaAlio Ko ypnowonoteitol oty WTpikn Tpaktiky [85].
To kVpro yapakINPLoTiKd Tov givol 0 0pBOAOYIKAS GLVOLAGHOG TV armotedecudtov I'T pe
KAMVIKE Kot ovopuvnotikd dedopéva, PAcel TV 0moimv CUVAYETOL TO GUUTEPAGLLO, OL0TL-
TAOVOVTOL 01 GCLYKEKPUEVES GUGTAGELS TP ONG VYELOG Kot TpOANYMG acbeveldv. H kv-
plo EUEaoN OVETOL OTNV EKTIUNOT TOV AMOTEAEGUATOV TV d1apopwv I'T, mpdta amd A,
TOV TEGT Y10, CAANAOLOPPO TOAVUOPPIGHO TOV YOVIOI®V TOV GLCTHUATOS amoTto&iveong.
H avdyxn yuo éva 1€t010 Tpdypappa tpoépyetat PAETOVTOG OAN TNV TOPEio TPOYVMOGTIKNG
wrpkne. [pdypatt, ot IAnpo@opies yia TG 10101TEPOTNTEG TOL AAANAOLOPPOV LOVTELOL
TOV SpOp®V Yovidlak®v TAatciov (panels) eneéepyoaouéveg pe évo TETO10 TPOYPALLLLQL,
EMTPENTOVY GTOV YEVETIGTY| VO OTOKTNGEL EMOPKAOG AVTIKEYUEVIKES TANPOQOPIES GYETIKA e

TNV TPOSLABEST TOV ATOUOV GE [0 GUYKEKPIUEVT AGBEVELD, VO EKTIUAGEL TO EVAOYQ TNV
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WITPIKT TOV TPOYVMOGT, VO, TPOYUOTOTOMGEL KAADTEPO TN WOTPIKT KO YEVETIKY GLPOV-
AEVTIKN OYETIKA LE TNV E0TKN EKTOIOEVOT, TIC EMAOYEG OTAO00POUING, TOV AOANTIGUO, TN

QLGIKN KatdoTtaon, T dttpoiky Oepaneio KAn [7, 112].

"Exovv avamtoybel kot ypnoiponotodvton 1on e101KE VTOAOYIGTIKA TPOYPELLLLOTA,
EMTPEMOVTOG TN GVYKPION TV YOVIOLOUATIK®V TPoPiA acBevov pe MFD, tov atdépmv o-
HAO0GC EAEYYOL LLE TO CLYKEKPILEVO acBEVT, OTTMC EMIONC Kol TNV EKTIUNOT KIVOUVOV YEVE-
TIKNG TTpodLabeong evog cuykekpiuévov atopov o€ MFD [175]. EmutAéov, amd pia d1iebvn
oo emMoTNUOVOV ExEl OAOKANPWOET YEVETIKOG YAPTNG TOL TEPIEXEL TOVG TEPLOTOTEPOVS
OTUOVTIKOVG GLUVOVLAGHOVS Thve 6To avOpadmvo yovidiopa. O yaptng avtdg SEVKOADVEL
TOVG 1ITPOVG GTNV AVAALGT TOV ATOTEAECUATOV TOV TEGT, PonBA vo EVTOTIGTOVV Ol YOVi-
Olokég TapPaALaYEG OPIGUEVOY VOGOV Kot Vo TapatnpnOel 1 KANpovouK: Tovg HETOQOpAL.
[Motevetan 0Tt évag T€1010G XApTNS O cLupParel ot peiwon Tov K6GTOVG avalRTNoNG YO-
vdilov yuo Tpodidbeon oe cvykekpyévn MFD, KaBdg kot 6NV peaAMOTIKY] avATTLEN TNG
egartopukevpévng Bepamneiog [186]. Aev vrapyetl oppiorio 6Tt 1 dnuovpyio Evog TETOL0V
NAEKTPOVIKOD TPOYPAUUOTOS Yidt TNV AELOAGYNON TOV OTOTEAEGUATOV YEVETIKOV OOKLLLOL-
Ol®V Ko 6€ GAAEG YDOpeS Oa emTayhVEL GNUOVTIKA TNV EI0AYWOYN TNG TPOYVMOCTIKNG 10TPL-

KNG TNV KAVIKY TPOKTIKY.

2oppova pe debveig myég, Exovv oM avamntuyBel Kot YPNCLOTOLOVVTOL EVPEWS
o1 doKiacieg TG KANpovokng Tpodiabeong oe Kapdlayyslokég mobnoels, eAePikn Opopu-
Bwon, vrepAmidopio kot aptnprookAnpwon [186]. AvEdvovtot ToEmg ot SOKIUEG Yo TOV
TPOGOOPIGHO TNG ATOMKNG gvaicOnciag oe edpuaxka. And To WOOTIKE EUTOPIKE KEVTPOL
™™g Apepikng kot g Evpdnng éxovv avamtuyBel ko epapudlovrarl svpéwg didpopa &-
UTOPIKA TTAVEA YOVIdimV Kol TOAVROPPIK®OV Bécemv (I10O). 'Etot, o Atayvootiko Kévrpo
[Ipoyvootikng latpikng oto Aovéeppovpyo (Laboratoires Reunis) yia tnv e€gidikevon tov
W0TPOV GTOV TOUEN TNG OVTIYNPOVTIKNG LOTPIKNG TPOSPEPEL Kablepopéva Kot NoN amode-
detypéva oty mpdén, ta akdAovBa YoVISLoKE TAVEL: EI0TKNG PLGIKNG dpactnplotntag (25
yovioua, 28 T10), kapdiayyelokod Kivdvvov kot dyyxovg (19 yovidia, 22 I10), petafoicpon
acPeotiov ko ooteomdpwong (9 yoviow, 11 T1O), odovtikd maver (8 yoviola, 10 I10),
Kapkivov tov mpootdrn (1 tomog, 10 I1®), e1dkng deppatoyevetikng (6 yoviow, 7 110,)
Qoppokoyevetikd méved (6 yovidwa, 17 11O ), whved avriynpovong (19 yoviduw, 24 T10),
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mhvel TG vyeioag Yovoukov (23 yovioia, 28 T10), mwével g vyeiag avdpav (19 yovidwa, 23
I10) (www.iepp.orq).

Duoikd, o1 YEVETIKEG aVOADCELG OVTEG OEV E€IVOL TLGTOMOMUEVES Y10 KAIVIKY|
YPNON, WGTOGO YPNCUYLOTOLOVVTOL EVPEMS OO TOVG EMAYYEAUATIES, CUUTEPIAUUPOVOLLE-
VOV TOV 10TpOV oL pYAlovTol 6TOV TOUEN TNG AVILYNPOVTIKNG Tptkng. [Tapepmmnto-

VIMG, OTO EMIMENO YeveTikmV avalboewy PBpickovion akopo mepiocotepd and 1.000 wpo-

YVOOTIKA YEVETIKA TECT, TOALAL amd Ta omoia £xovv VOPANOEl NN OTIC TPOKAIVIKEG Kot
KAMvikég dokipég. Meta&d avtav sivat kot to yovidoto APOE aAiniopopeo e4, n opolvym-
tio 6TOV 0moio avédvet 14 popég tov kivouvo g vocov Alzheimer otovg Evpwmaiove, To
yovidio Filaggrin, ot petarddéelg tov omoiov (R501X, 2282dell4) av&davovv tov kivovvo
atomikoy ek(EpaToc kot cofapmdv Hopemv Bpoyyikod AcOuatog, To SLGUEVY] OAANAO-
popea tov yovidiov CDKN22a2b avédvovv 64% tov kivduvo epepiylatog ToV HOOoKap-
dtov kat to yovioro INK 4a / 4b mov av&avel 000 popéc tov kivduvo Tov d1afnn Tomov 2.
Q061660, N KAVIKT] ONUOGI0 AVTOV TOV YEVETIKOV 0VOAVGEMV Topapéverl acaens. H xpn-
CHOTNTA TOV TOPATAVE OVOAIGEDY TOGO Y10 TOLG WITPOVS OGO Kol Yo TOVG aceveic a-

Totel aVoTNPOTEPEG TEKUNPLOOELS [182].

Tnv 16" Avyovotov 2007, motomomOnke pe emtvyia Kot EAafe v enionun €-
ykptomn omd v Yanpeoia Tpoginwv kot @oppakov tov Hvopévov Iolteiwv (Food and
Drug Administration) To Tp®TO TPOYVAOGTIKO YEVETIKO TEGT Y10 TOV VITOAOYIGLO OTOUIKNG
d0on¢ ¢ aviunkTikng Papeapivng. H doxun mepriapfdvel aroteAéopato yeVETIKOU &-
Aéyyov twv yovidiov CYP2C9, VKORCI + nhkio + gOro + Bépog ac0evovg. Xuvenmg,

TaPOAO TTOL LILAPYELNON EVaG HEYAAOG OYKOG OEOOUEVAV, ETION L0 EYKEKPUUEVT) Y100 KAIVIKNY

xPNoMN €L TOL TAPOHVTOG VPIcTATAL LOVO 1) doKIUY evaneOnciog oty Papeapivy [112].

H Evpomnaikn Extpony| «EuroGentesty £xet emiong avamtoéet pua 101N o1dTaén
Y10l TNV TUTOTOINGT| TV YEVETIKAOV SOKILOCIDOV Kot £XEL ETOUAGEL TO. AmapoiTnTa £YYPOPOL
Yl TV TOTOMOINGN TOV YEVETIKOV OVOAVGEMY TOV GOUPMOVO, LE TO OMOTEAEGHLOTO TOV
KAMVIK®OV OOKI®V HItopovy 101 va LETOPIBAcTOOV 6TV KATNYOPio TMV YEVETIKOV TEGT

KOl GUVETMG UITOPOVV VO, GLVICTMOVTOL Yo Vpeio KAviKT yprion [166, 187].
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6.3. ZUOTAOELG OXETIKA LE TOL ATOTEAECUATA TWV YEVETIKWY EAEYXWV

Ta peaMoTIKA 0OQPEAT TV YEVETIKOV EAEYXOV LOICTOVTOL GTN TEPIMTOON UOVO €AV ALTOL
0AOKANPOOLV e TANPN SPOVAEVOT KOl UE TNV TOPOYN TOV KATAAANA®V GLGTACE®MV
otov Bepamovta 1Tpo Kot 6ToV achevi| omd 10 EEOIKEVIEVO TPOSMTIKO YEVETIKNG 10TPL-
KNG. Ta omoTEAEGUOTA TOV YEVETIKMY TEGT UTOPOVV VAL £XOVV TPOKTIKT GN OG0 LOVO EGV
Bacilovion oty €€étaon tov yovidimv mov cvoyetiCovtal pe v avtiotoyn acHéveia
otov TANBLGO cuykekplévng Tteployng (PAéme 6.1), edv to e&etaldpevo dtopo etvor pé-
AOG 1OIG OKOYEVELAG LYNAOD KIVOUVOL, €4V €xel dte€oyDel 1) ETapPKNG OTATIGTIKN avdAvon
TV ANEBEVTIOV YeveTikdv dedopévov (PAéte 6.2). H arnotedecpatikny xprion autov tov
TANPOPOPLOV G€ peYaAo Babud eEaptdror and T0 YVOOTIKO EMNESO TOV 1OTPOV YEVETL-
oTMV, Ao TNV KOVOTNTA EPUPLOYNG TV ANEOEVTOV dedopéEVmV 6T ddyveoT, ard TV
TPOANYN Kot TN Oepameia g vooov, kabmg kat amd TV Tpobupic Tov 1510V ToL acHevoLg
vo. okoAovOEl TIG 1TpIkéG cvoTAcElS oV Pacilovtat ota anotelécpata TV teot [184].
Eivor onuovtikd, @otdco, vo £X0VUE GTO VOU LG OTL 1) EPUNVEILN TOV ATOTEAECUAT®V YE-
VeTikng Tpodidbeong Oa mpémet vo mpoceyyiletat pe peyain tpocoyr, Aoy OTL Ta YEVETIKA
1e0t (I'T) mapéyovv kupimg evdekTiKG amoteléopoto. Emiong, edv eivor duvatov, Ba mpé-
TEL VO, CLUTANPOOET Ko pe KATAAANAESG Proynkés avaADGELS Yo va. eKTIUnBel 1) Agttovp-
Y dpactnpota TV yovidiov mov peietnOnkav. H onpaviikn tov (I'T) cvvictoca
elval 1 poxpompdOeoun mapakorovdnon tov acbevoig petd and ™ dadikacio EAEYYOVL.
Aappavovtog voyn v ToAVTAOKN TOHOYEVELL TOV TOAVTOPOYOVIIK®OV 0cOEVEI®DVY, TNV
afefordmra Yo 1o TPOTAPYIKO LOVOTATL 6T TAHOAOYIKT] S10dIKAGI0L, Ol AVTIKEYUEVIKES
TANPOQOPies, OTmS 10T Exel avapepOel, pmopov va emtevyBovV Pe avalvoT TV Yovidiov
oV EAEYYOVV LOVO pio LETOPOATKY) O1adtKacicl, ONAAdT AvKOUV GE £vaL YOVIOKO STKTVO.
"Etot, enl tov mapovToc, e BAomn Toug YEVETIKOVS EAEYYOLG Umopel va ekTiunOel ) Aettovp-
YIKN Katdotaon Tov cuotnudtov arotoéivoong, méng aipatog, petafocrod Mmidiov
N voatavOpdakwv, peviyyaviotacsiving kot dAAwov. Eva coPapd eumddio oty poapuroyn twv
NN VIAPYOVI®V EMGTNUOVIKAOV TEYVOAOYLOV OV £XOLV dOKIHAGTEL TPO KAWVIKA gival 1
EMeym evosOnTOTOINGNG TOV 1WTPOV GTOV TOUEN TNG CVYYPOVNG LATPIKNG YEVETIKNG €V
YEVEL, EOIKOTEPA GTNV TPOYVMOCTIKT LOTPIKT KOl GTOV YEVETIKO EAEYY0. XTO UETAED, OTNV
TPOYUATOTOINOT TOV YEVETIK®OV EETAGEMV, TOVG acBeVEIS TOVS KATEVOVVEL O 1TPOG YEVE-

TIOTNG, O OMOI0g €K TV TPOTEPOV EEAKPIPMOVEL TO OVOUVIOTIKA YOUPOKTNPLOTIKG TOV
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eEetaldpevou kat av eivatl dSuvatodv, Tov GLVIGTA eEETACT) LETABOAKOD GUGTILATOG, OLVT-

TIKA VTELOVVOL Yol KA poVoLKT TaBoAoyia.

Me Bdon To ATOTEAEGLOTO TV YEVETIKOV TEGT, TV AVOUVIOTIK®V, KAIVIKOV Ko
EPYOOTNPLOKDV OEOOUEVMV, O YEVETIGTNG 1| 0 BepdmmV 1Tpd 0Peilel Vo TPOCKOUIGEL GTOV
acBevn €va TOPIGHA TOV Ba TEPLEYXEL TNV AVAALGT| ATOTEAEGUATMOV SOKIUACUEVNG YEVETL-
KNG Tpodrdbeong kabmg kol cuoTAcElS, Kpioeg Yo T (o1 Tov. Xe mepintwon mov Oa
evtomotel KAnpovopkn tpodidleon yioo KAmolo GUYKEKPIUEVT VOCO, 1Wd10iTepn onuacio
EXELM aVATTLEN LG GELPAG Ot EOIKEG 10 YVOOTIKEG EEETAGELS, OEPATEVTIKES KOl TPOPL-
AOKTIKEG GUGTAGELS TOV OTOGKOTOVV GTNV TPOANYN AT TG VOGoL o€ vay acbevi [84,

188].

Eivar onpavtikd va d00el mpocoyn 6to mpdopato ydopo petalh towv mpaypuortt-
KOV SUVOTOTNTOV TOV YEVETIKOV EAEYXOV MG £vo. GUVOAO LEBOSMV LOPLOKNG EpEVVAG KOt
NV TPOEOVN EAAEYT KAVIK®OV KOTELOLVTNPLOV YPOUUDV TOV OAOKANP®VOLV TOV KOOE
vevetikd €heyyo. H evpeio cuppetoy TV EW0IKOV 10TPIKNG YEVETIKNG, APULOdI®V oTo OE-
poato KAVikng eE€taong Kot pappoakodepaneiog, Kabmg Kot TV KMVIK®OV 1aTpdv (Kapolo-
AOY®V, 0YKOAOY®V, TVELHOVOAOY®V, LOLEVTHP®V, YOVOIKOAOY®V KAT.) 6T AVCT| TOV TTo.-

pamdve TpofANUATOV, @aiveTal WOOUTEPO CNULOVTIKY.

[Tpéner va vmoypoppioTel €K vEOL OTL 0 YEVETIKOG AEYYOC GTO TANIGLO TNG TTPO-
YVOOTIKNG WOTPIKNG EVOL SIKALOAOYNUEVOS GTNV TTEPITTMOT LOVO EQV TOL ATOTEAEG LT TOV
ovvodevovTol amd cofapég 10TPIKES GVOTAGELS. MOVO av VITEPYOLY E1KOT GTNV 10TPIKN
YEVETIKY], 01 OTOI01 TOPATEUTOVY £YKopa Kot 0pOd Tovg aoBevelg e YEVETIKOVG EAEYYOVG
KO TO OTUOVTIKOTEPO, €ival og BE€0M Vo dOGOVY o KOTAAANAN EKTIUNGT TOV OMOTEAE-
OUATOV, 0 EAEYYOG aVTOG elval SIKAOAOYNUEVOS. O1 YEVETIKES OOKIUES, Ol OTTOIEC OEV LTTO-
otmpilovtor amd TV €101KY| 10TPIKN YEVETIKT] GUUPBOVAEVTIKY KOl TIC GLUOTACELS EOIKMV,

deV £YOLV VOMLLOL Kot YEVIKA Umopovv va BewpnBolv wg emProPeis.

Ot yevetikol €heyyot Kot 1 EPUNVELN TOV OTOTEAECUAT®V TOLG PEATIOVOVTOL PO~
yoaio. H taysio avantuén t@v mAnpoeopidv, CYETIK®V LE TV KOTAoTOoN vYeiag TV e&e-
TAGUEVOV OTOL®VY, ONANOT 1 LOKPOYPOVIA TOPAKOAOVON G TOVS 0O BEPAmOVTES 10.TPOVG
KATAAANAOL TPOPIA 1 A EVaL YEVETIOTT OV TOLG KATELOVVEL GE YEVETIKESG OOKIUES, TTOPE-

XEL OAO KO TTO OVTIKEWEVIKA Oedopéva yia TN Kptikn a&toddynon kot Babid Katavonon
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TOV OTOTEAEGUATOV TPOOTMTIKMY YEVETIKMOV SOKIUDV. AV LIapYEL au@iPoiion OTL pe ™
OLGOMOPELON TWV OEOOUEVMV TTOV ALPOPOVY TOVG VEOLS YOVIOIKOVG OEIKTES KOl [LE TNV ELL-
QAVION VE®V, O TPOYOPNUEVOV TAVEA YOVISIOHATIKOD TTpoid (BAéne 6.1), N extiunon
TOV OTOTEAEGUATOV YEVETIKOV EAEYXWOV KANPOVOUIKNG TTpodtdbeong Ba yivel mo aviikel-
HEVIKT KOOMG 01 TPOYVMOCELS TOV 10TPAOV KOl EWIKMV TNG TPOYVOCTIKNG 1TPIKNG Ba etvan

T0 OVOLUOTIKEG Kol TEPILNTNTEC.

Dduoikd, propei va vrootnprydel 6Tl PEYPL GTIYUNG GYEOOV OAOL TOL VTLAPYOVTA YE-
vetikd teot o MFDs dgv €rovv tekpumpropévn Baon, @otdco, 1 KAToAANAOANTO TOV 10N
VOLOTAUEVOV YEVETIKOV EAEYY®V Y10 TOVG 00Bevelg kat 1Tpovg pmopel vo a&roroynOet
povo og cuvnkeg KAvikav dokipmv. H dieEaymyn| tétoumv SoKIUdV, 1| TPOCGEKTIKY ToPa-
KoAoVON oM TV aclevav avaroya pe ta aroteAéopata tov I'T kot ta mpoinmtikd pétpa,

amoTEAOVV TO GNUAVTIKOTEPO GTOYO TNG GVYYPOVIS LUTPIKIG.
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KepadAawo 7. ZUvBETA NOKA KOl VORLKA {NTAKOTA TWV YEVETIKWY §o-

KULOLOLWV

H moAvmhokodtnta 6tV €100y TG TPOYVAOSTIKNG/ EEATOUIKEVUEVIC LUTPIKNG OTNV KAL-
VIKT TPOKTIKY Onpovpyeitot and Tig SVGKOMES OVTIKEIEVIKNG 0ELOAOYNONG TOV OTOTENE-
OUATOV YEVETIKOV EAEYY®V, TNG 0pONG EpUNVELNG TOVG KOl TOV KAAN EAEYUEVOV GLOTA-
CEMV, OAAG Kot otd TNV EAAEYT EVIIUEPMOOTC TOV LUTPOV Kol AGOEVOV GYETIKA LLE VOUIKA
Kol KOWOVIKE CNTALOTO TOV TPOKVTTOVY GLYVE KOTA T O100IKAGIN TOV YEVETIKOV dOKL-

LOGIDV KAPOVOLUKNG TPoO1dfeong.

[Tapd T0 YeYovOG OTL O EMGTNUOVIKEG TEKUNPUDGELS GTOV TOUEN TNG TPOYVMOOTL-
KNG WTptkng €EakoAovBovV va eival KEPOOGKOMIKES Kot 6TV KaAVTEPT TepinTmon mba-
VOAOYIKES, ToALOT dvBpmmol BELovV va eEetdoovy To DNA tovg yia ta yovidia mpooidde-
OMNG, TPOKELUEVOL VO SLOTICTMGOVY T TACT] TOVS GTO VOPKMOTIKA, GTNV TOYVCUPKI0, GE
LAPOPES 1O1OLTEPOTNTES CLUTEPLPOPES, OTMG TAGELS Yo PLYOKIVOVVEG EVEPYELES, VIO &-
YKANROTIKEG TPAEELS Kot Yo ekOnAdaoels embetikdtrag [189]. H éddenyn g cuvednto-
TOINGNG TOV TPAYUATIKAOV OLVOTOTHTOV, TNG GKOTLOTNTOS KOl TOV GUVETEIDV TWV TPO-
YVOOTIK®OV YEVETIKMOV EAEYY®V, 1| AYVOL0L TOV €V 10YD OEOVIOAOYIKADOV KOl VOUIKAOV 0pYDV
NG TPOYVOOTIKNG WTPIKNG EMOEWVAOVOLV TNV KOWVOVIKT KATAGTACT] KO ATOTPOGOVOTOAL-
Covv tovg 1Tpovg Kot o kowvd. Ev 1o petadv, ta mapondve (ntmpota £xovy non eknovn-
Oel pe emapkeig Aemtopépeleg oe Atebvég ko Evponaixd enimedo ((Ilayxodcpog Opyoavi-
ouog Yyeiag, UNESCO - Evponaixkd KowoPovilo, Edwég Emtponéc e Evpomaikng
‘Evoong latpav I'evetiotdv). Ot mANpelg TAnpopopieg GYETIKA LE TO TEPIEYOUEVO QVLTMOV
TOV £YYPAO®V Tapovstdlovial 6€ e SNUOcIEHGE®V TOV ektovhOnKav omd 10 Emotn-
povikd Kévrpo latpucng N'evetikng g Pooikng Akadnuiog latpwcov Emetmuaov (Mooya)

[65, 190, 191].

‘Eto1, 1 oVyypovn «emoyn TG YOVIOL®UOTIKN S oL yopaktnpiletal amd ) ye-
VIKELUEVT] EIGOYMYT TOV YEVETIKOV SOKIUMV GTNV 10TPIKT, ONUIovPYNoe ddpopa nOKd,
VOUIKE Kot KOW@Vikd {nTiHaTo Tov GUVOEOVTAL LE TNV ELPAVIOT) VEOV EVKUIPLOV KoL TPO-
TV TapoPiaong Tov ovOpoTivav SIKU®OUATOV, TN SIIKPLoT) AOY® TV YEVETIK®V TPOAn-

HATOV KO TNV EGOAAUEVT] YPTOT) TOV YEVETIKMOV TAT|POPOPLDV.
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[Topaxdtw yivetor avaokoOnnon TV PacikdV OATAEEDV TOV 1O VPLOTAUEVOV
EYYPAPWOV CYETIKA LLE TIG OEOVTOALOYIKESG KOl VOUIKESG TTUYES TOV TPOYVOOGTIKDOV KO TPOAT|-

TTIKAOV YEVETIK®OV EAEYYWV.

O1 eBglovtikn cuykaTabeon, 1 TANPOEOPNON KOl 1] EUTICTELTIKOTNTA TV eEETO-
Couevov givar ot oNUOVTIKOTEPEG NOKES APYES TV YEVETIKMOV SOKIUACIDV. XTO EYYPOpU
™G AveEdptnng ouddog eunelpoyvopdvev g Evponaikng ‘Evoong, 19-20 NoeguBpiov
1999, avagépetal 6TL «n yeveTIKN doKocio eivar KaOe oKL TOV ATOKAADTTEL T YEVE-
TIKG OEDOUEVOY. ZNUEWMVETAL EMIONG OTL 01 KOHPLOL KIVOVVOL TV YEVETIKAOV TEGT £lvol M

KOW®VIKEG KO YOYOAOYIKES GUVETELES.

Ot Baocikéc dratdéetg g Pronducng dratvmpéveg ota Eyypapa s IIOY to 1999-
2001 meprrappavovv 13 Bacikd onpeio (TpoTOKOALO) TOL KATELOVVOVY TOVG YEVETIKOVG

eréyyovg [65].

1. Awwvoun tov dNUOGLOV TOP®V VIEP TOV TO GTOY®V (1) apyN TG SIKALOGVVTG).

2. ElevBepia emAoyng o€ GYECT LLE TNV EMIAVGT TOV YEVETIKAOV TPOPANUATOV TOV K-
Bevoc (apyn TG LTOVOUING TOV ATOLOV).

3. EbBghovtikn ocvykatdbeon acbevdv 6Tovg YeveTIkoOg eAEYYOVG Ko TV Bepameia,
ONAadn EALeYT KaTOvayKOGHOD amd TV KuPEPVNOT, TNV KOW®VIo Kol TOVG ETOY-
velotieg otov Topéa vyeiag (wtovopio Tov ATOUOD).

4. Yefoaocpoc tov avlpdmivev dopop®dy Kol EKElveV, M YvoOuUn onoimv gival oty
petoymoeio (avtovopia, apyn «un PAETTES»).

5. ZeBaopog g vonuooHivig, aveEdptnta omd to enimedo ¢ yvaong tov e&etalo-
pevov (avtovopia).

6. Emuodpemon g Kowvaviog, Tov 10Tpov, TOV EKTUSEVTIKOV, TOV OpNoKEVTIKMV
TPOCOTMOV 6T {NTAHOTO TNG YEVETIKNG (OQEAOG)

7. Ztevn cuvepyaocio e TOLG 0GOEVEIG KOl TOVG OPYOVIGLOVG OTTAGYOANONG TV ache-
vov (avtovopia).

8. TIpoAnyn dwokpicewv 1 TPOTUNCEDV PACIOUEVOV GE YEVETIKES TANPOPOPIES, OTNV
AmacYOANOT, TNV 0oQAAOT Kol 6TV eKTaidgvon («un PAGYEID).

9. Zvuvepyaocia pe GBALOVLG ETOYYEAUATIEG LLE GTOYO TN TPOGEAKVOT) TNV «OUAda acOe-

VOV» TOV OIKOYEVEIDV TOLG (M «opyf] NG apolPoidTTac» OTIS OKOYEVELEG
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TpoPAETEL Pl GEPA NOKAOV VITOYPEDGEDV T®V GLLDYOV KO TOV LEADV TNG O1KO-
YEVELIC TOVG OGOV OPOPE TNV AVTOAANYT) TANPOPOPLDV TOV ATOKTMVTIOL LEGH YE-
VETIK®V OOKILOGLDV).

10. H emwowvavia pe toug acheveic kol Toug GLYYEVEIS TOVG VAL YIVEL GE KOTOVONTH
YADGG, LE oeBacpd Yo ToV acbevi wg dtopo (awtovopio).

11. Toxtikn emkowvwvia pe tov acbevi) omn TEPIMTOON VITOCTNPIKTIKNG Oepameiog
(apym «un PAGyEIS).

12. Mn die€aymynq Tov S0KIUOV Kol S1adtKaoumY Yopic Tig 1Tpikés evoeitels (n oud-
Ta&n Ty Ogv 1oYOEL Y10 TPOANTTIKA YEVETIKA TEDT).

13. Zvveyng mapakoAovONoN TG TOLOTNTOG LANPECIAV, CLUUTEPIAAUPAVOUEVNG TNG

TOLOTNTOG TOV YEVETIKMV TECT (0pyN «Un PAAYEID?).

OAec autég o1 apyég TG 1aTpIkNg YEVETIKNG £xovv datvmmbel amd 1o 1997 ko
oyetiloviol TOGO e TNV YEVETIKN VANPEGIN GTO GVVOAD TNG OGO KOl LE TIS EMLUEPOVS KO-
TeEVOVVOELS TNG: YEVETIKT) GUUPOVAEVTIKY, YEVETIKOG EAEYYOG, TPO-GUUNTOUOTIKOL (TPOYV®-

otwkol) éleyyot, Asttovpyia tov tpaneldv DNA, tov facewv dedopéveov DNA kA

Ta nOwd TpofAnpata Tov TPOKHTTOVY ATO TIG SOKILAGIES TV YOVIOIWV TPOOLd-
Beong oe KOWEG ashEveleg £xoVV Ta SIKE TOVG YOPAKTNPLOTIKE, KUPIOG EMELDN OL TANPO-
Qopiec avtég elvan mBovoroyikng evocemc. H katdotaon mepumAéketat and 1o yeyovog Ot
o1V ToAVYOVIdLaKY KAnpovod twv MFDS dev eunmiéketal €va, aALE TOAAL Yovidia Ttpo-
duaBeong mov 1o kabéva Eexymplotd GLUPAAAEL EAGYIGTA GTNV OVATTTVEN TG VOGOV, TAPAA-

AnAo o onuavtikod poro ot maboyévelo mailet kot to eEmtepikd mepPdarov [112].

[TpokaAel T0 evOlOQEPOV KaL TV TPOCOYN T TEAELTALN XPOVIa | EEEMEN TV O-
TOYEMV GYETIKO UE TIG TPOYVMOOTIKEG YEVETIKEG £EETAGELS. XNUEUOVOVTOS OTL O1 OOKIUES
mpodidbeong oe kowvég acBéveleg (avaivon yovidiwv pe yaunAn 01eicovon) axkoua oev
eatvetor va £yovv kKAvikn onpoacio, n [IOY devpdvel otadiokd Tig SuvaTdTTES YPNONG

TOV SOKIU®V OVTOV, Lo TNV TPobmdheon 6Tt Ba TpNBovv Kabopiopéves NOEg apyés.

Yvvenwg, uéypt to 2003, o TIOY mpodtetve ) d1eaymyn TV SOKIUOV OLTOV HLOVO
0€ MEPIMTMOGELS OOV T OMOTEAEGLATA TOVG UTOPOVV VoL ¥pNOLLoToBovy yio TV mpod-
nym M Bepamneio pog acbévelog, vd v TpobindOeon, 0Tl 0 acbevic etvar TANPOS evn-

pepopévog kot didetar n eBedovtikny ovykatdBeon tov. Ott apopd tig cvyvéc MFDs
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EMTPEMOVTIOL O TPO-EUPVTEVTIKOL YEVETIKOL EAEYYOL GTO ATOUO VYNAOD KIVOVVOL Yo TNV

extipnomn kvohvov epeaviong acHEVEIDV Kol Y10l TOV TPOGIIOPIGUO TOV HELOVOUEVOV LE-
POV TPOANYNG [65].

O TIOY emutpémet avt) T OTLYUN T SOKLIUY| YEVETIKNG TPodidbeong, EpdGoV TAN-

povvtal ot akdAovOeg mpovmobéaels: [191]

V' O1 8oKiuéC 670, GTOWO LE GLGCMPEVGT OIKOYEVHS PVGCEMC KAPSLOYYELOKADY, OYKO-
AOYIKOV Kot GAA®V acBevelmv, vtd TV TPoHTOOeoN OTL O1 TANPOPOPiES TOV ACLL-
Bavovtol pmopoHv va ypnoonotnfodv amoTEAECUATIKA Yio TV TPOANYT Kot TN
Bepamneia TOLG.

v g «mpodiafectokécy SOKIUEG TPEMEL VO TPOTYOUVTOL KATAAANAES TANPOPOPIES
oL VoL €ENYOVV 6TOV £E€TALOUEVO TIC SUVATOTNTEG KOl TOVS TEPLOPIGLOVG YEVETIKNG
eétaong.

V' Ot dokipég Ba mpénet va sivar e0EMoVTIKEG, e PAom TNV GLVEINTH GLVAIVEST TOV
acBevouc.

V' Aev éouvv Sikaiopo TpOcPacnc 6To ATOTEAEGUUTO TOV YEVETIKOV EEETAGEMV OL
epY0d0TES, AC0PUMOTIKEG eTaupeieg, oyoieia, kKuPepyntikég vanpecieg kot GAAN
Tpita TpOCOTA.

V' Ot po cvumtopatikoi Eheyyol Oa mpénel va eivar Stabéoipot oe evilikeg vynAo
KvdOvov mov emBupovv vo dOKIHAGTOOV aKOUN Kot €6v dev vrdpyetl Oepamneioa,

HETA ol KATAAANAN GUUPBOVAEVTIKT, EVNUEP®ON Kol €0eAoVTIKT cvykaTdOEeoT).

Elvar onpovticd vo extiun0et n katdption tov 1Tpov Kot Tov TAnfucspod ctov

TOUEN TNG YEVETIKNG. YTAPYEL KIVOLVOG GOPOPOV WYOYXOAOYIKMDV EMMTOCEWMV.

O oefacpog Tov SIKOMUATOS EVOG ATOLOV Vo AAUPAVEL OTO1ECINTOTE TAT|POPO-
pieg oxeTIKd e TO YOVIOIOO TOV GE OA TO GTASL YEVETIKMOV OOKIUACIDV, TOVIGTNKE EMOL-
VELMUUEVO OTIG GYETIKEG CLOTAGELS TOAGDY Yop®dV [66, 190, 192]. OrmAnpogopiec avtég
etval Wloitepa ONUAVTIKES GTNV EVPECT] EPYAGIAG, GTNV OGPAAICT 1] OTIG OIKOYEVELNKES
oyxéoels. To 1998, o Iaykdoog Opyoviopoc Yyeiog e£€dmoe o dS1dtacn cOUP®VO e
TNV oMol «O1 EPYOOOTEG, Ol ACPUAICTIKES ETALPEIEC, TOL GYOAEID, TO KPATIKA 1) AAAL 1OPV-
pota kabmg Kot To Tpita TPOcTa dev £X0VV Sk TPOGRUCTC T OMOTEAEGLOTO YE-

veTik®v dokipactavy [192]. Xvvenmg, odec ot Tpdmeles dedOUEVOV TOV TEPEXOVLY TIG
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TANPOPOPIES YEVETIKMV EEETAGEMV VITOYPEOVVTOL VO EXOVV OELOTIGTN TPOCTUGIN Amd KAOE
evogyouevn eméuPaon tpitwv. ['o v amopuyn Tov mbovodv Slukpicemv, OPIGUEVES YDPES
&xovv vioBetnoet éva avtictoryo popatdptovpt. Ot kvpieg 13 apyég deovtoroyiog Tov mpé-
TEL VoL akoAovBovVTaL Katd T GVALOYN Kot amobnkevon twv dedopévav DNA, onuavtt-
KOV Yoo TNV KAk €pguva, ou{ntobvtol o €101KO dpOpo, aplepouévo otV opydvmon
™¢ Aebvotc Baomng dedopuévov yia to €1d1kod tomo (Locus-specific databases) [193]. H
Baon dedopévav Ba mepiéyel OAEC TIG TANPOPOPIES, CYETIKES LE TIG TOAVUOPPIKES BEoELg
KoL TIG LETAAAAEELS TOV £Y0VV 10N avayveplotel 6to avBpamivo yovidiopa. Atatifetol 6to
AwdikTVOo Y100 T0 Koo Kot Tpoopiletat yio gvpeia xpnon amd ToLg KAVIKOUG Kot ETIGTN-
LoveG TOv £pyAlovTal GTOV TOUEN AEITOVPYIKNG YovidtwpoTikng. H Bdon dedopéveov ey-
YOATOL TNV AvOVLLIO TANPOPOPLAV, TNV TANPT EUTICTEVTIKOTNTO TOL TOPEXETAL OO Lol
€101KN deovtoroyikn| emttpom. Tig minpoopieg (Bdoelg dedouévav) GYeTIKEG LE TIG Tol-
POALOYEG TOV AVOPAOTIVOL YOVISIOUATOG Uopel va TIG Ppetl kKavelg otnv TopakdT® nAe-

KTPOVIKY| 01e00vvon:

http://www.humanvariomeproject.org/index.php?p=News

[Tapd Tovg ToAVAP1OOVG KAVOVICHOVS Kl ATOPAGELS, Ol TPOYVMOCTIKOL YEVETIKOL
Eleyyot £xovv TOALN aKOHA OEOVTOAOYIKA TPOPANLATO OV amontovV emelyovceg AVGELS.
ZUYKEKPEVO, COUPOVO LLE TOVS IGYVOVTES KOVOVIGLLOVC, TO OTOTEAEGLOTO TV YEVETIKMOV
eEetdoewv Oa’ mpeme va e€nyovvion TANP®S amd TO YEVETIOTH 6TOV £E€TalONEVO. Q6TOCO,
TOPAUEVEL OPKETE AETTO TO EPOTNUO, TOTE KAL TAOG VO TAPEYOVTOL 6TOV EEETALONEVO 1)
ovcedpeoteg mAnpoopicg Yo TV vyeia Tov; Eivarl emBountd ot mAnpoeopieg avtég va
KOWOTOL00VTOL 6TOVG £EETACOUEVOLG HETA OO KATAAANATY WYuyoLloyiKn mpogTottacio. 1-
0MG 0€ OPICUEVEG TEPUTTAOCELG 1] SVCAPESTI TANPOPOPN O, AapPdvovTog VoY TI W11~
TEPOTNTEG YUYIKNG KOTAGTOONG TOV 060evovg, pumopel va kabvotepnoet. H doxun tov
KAnpovoluk®v acheveldv e tn kabootepnuévn ekONAMOT, Yo TIG OTOIEG dEV VTLAPYOVY
amotelecpatikég péEBodot Bepamneiog (yopeio tov Huntington kot Kdmoteg GAAES VELPOEK-
QPLMOTIKEG A0OEVELEG), CLVIGTATOL POVO 0. POV 0 0o0eV|S POGTEL 6TV EViMKi®ON, 0TV
£yl To OKoimpa Kot givan 6 0£61 vo 0T0QOcicEL KOTA TOGO YPELALETAL TIS TANPOPO-
pieg avtéc. Oa mpémel, ®oTOC0, Vo ANeBel LITOYIV OTL TO SUGUEVT] OTOTEAEGLOTO TOV YE-
VETIK®V £€eTdoemV TETOIWV 060evEIDV VY VA cuvodevovtat amd Padid KatdOiwym kot o-

KOUN 0O AmOTELPES AVTOKTOVIOG.
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Eivon mep1ocdtepo dkaoroynUEVEG 01 SOKILOGIES O10POP®Y 0GOEVELDV, 1 YEVE-
TIKN OO TV omoimv £xel pehetnBel KaAd, yio Tapddelypa, 0 Kapkivog Tov Haotov, o
O1KOYEVNG TOALTOOIKOG KapKivog Tay€og eviépov, N vocog Alzheimer kot ot kKakon0eig
OyKo1 1oL Bupeoed0VE. L AVTEG TIC TEPUTTMOCELS, 1) oK Ba Tpémet va vrootnpiletaon Ko
VO GLVIGTATOL, EQOCOV 1 OVOYVOPLoT TNG METAAAAENS OTa avTioTOL O YOVidlo KabfioTd dv-
VOTY TNV TOVTOTOINGT] ACVUTTOUATIKOV POPEMY GTOVS OTOI0VE UTOPEL VO GUVTAYOYPOLPN-

Oel KaTAAANAN TPOANTTIKY BEpameio Kol GUVICTMVTOL TO. ATOPOLTITO TPOANTTIKA LETPAL.

Tét016¢ KATAGTACELS UTOPEL VO TOPOVGLOGTOVV HOVO LE TPOYVAOOSTIKES €EETA-
o£1g, ONAadN e TO €Aeyy0 HETOAAAEEWV OV €VOVVOVTOL YO TV EULPAVIOT] AGHEVEIDV L
kaBvotepnuévn exdnimon (owoyevig Kapkivog mayéog eviépov, yopeia Huntington, kd-

TOLEG LOPPES KOPKIVOL TOL LOOTOV, KANpovopkég popeéc Alzheimer 1) Parkinson, kAm.).

IV TEPIMTOOT TOV TPOYVOOTIKAV YEVETIKOV OOKILHAOV, 1| TOPOVGi0 Tapo-
LLOW®V KATOOTAGEWV £lval oyedov adOvatn. AEOOUEVIG TNG QULYMS TOOVOLOYIKNG PVGEMS
NG YEVETIKNG TPOYVMOOTG, GTNV EEATOUKEVEVT 1OTPIKT), YEVIKG TPEMEL VO ATOPEHYOVTOL
01 évvoleg OTMG «KaAM» 1 «kokd» yoviola. H idta n avagopd tov «kakdv» yovidiov and
évav 1atpd pmopel vor £XEL TIC OVGUEVEIS KOIVOVIKES KOl YLYOAOYIKEG GUVETELEC. AvTiBeTa,
og (o cvnnon pe Tov achevr), Ba Tpénel va emkevipwOel 1 TPOGOYN STV EKKANGN TOV
Y10l TPOANTTIKOVS EAEYYOVG, 6T duVATOTNTA S1OPHMOTG TNG AELTOVPYING TOV YOVISIONUOTOC
TOV UE JTONTO, [LE GUUTANPOUOTO OLATPOPNC, OTIC AALAYEG TOV TPOTTOV LMNG, TNV ATOUd-
KPLVOT TOV «KAK®OV» GuvNOEIdV Kot edv ypelaotel, otn AMyn eapudkev [85]. Emumiéov,
etval amopddekTes o1 SLUKPIGELS €15 PAPOG TPOSOT®V e BETIKG OMOTEAEGLOTO T®V TTPO
CUUTTOUATIKOV TEGT, AAUPAVOVTAG LTOYN TNV KUK ETIOPACT] TOV TOPATAVED JOKPICEDV
OTNV YLYXOAOYIKN TOVG eunpepio. To ATopo aVTA oV U Tt GALO KATd TN SLAPKELD TWV 00-
KILOV Kot TPV AGBOVV To OTOTEAEGLOTA 1TOV «VY», TOVAAYIoTOV £T01 TioTevay. [Ipémet
va toviotel 6Tt 1 vTEPPOAMKY KATEVOVVTIKOTNTO TNG YEVETIKNG KOl WTPIKNG GLUPOVAELTL-
KNG Umopel Vo 001 YNGEL GTOV GTLYROTIGIO TOL 0TOLOV OV dokidleTal, dNAadn vo Bew-
pnOel 6t cvpmepiopPdvetor omd T TPO-GLUATOUOTIKN TEPIOd0 GTNV OpEd0. acOEVAOV
[65]. Eivar onuavtiko o e€etalopuevoc vao el AP entyvoon thg id1ag T S0KIUNG, TOL
OKOTOV TNG, TOV SVVATOTHTOV TPOPAEYNG KOl TOV TEPLOPICUMV. LVYKEKPIUEVA, VO Efvort
EVILEPOG Yo TNV aduvapio akpPodg Tpdyvwons T vOoo, 0KOUN TEPIGGOTEPO Y1 TO
xPOVO eppaviong g N g coPapdtroc . O atpdg dev empével otn deEaywyn TV
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YEVETIK®OV EEETAGE®V, TPEMEL VO, Oei&el Katavomon yia Ty eAeVBepT| emA0YT| VoG EET-
COLLEVOL GTN GLUIETOYT] TOV GTY| YEVETIKT £PEVVO, VO GERETOL TO OIKOUMLA TOL VO, YV@PILEL

1 Vo punv Yvopilel To 0ToTEAECRATA TOV YEVETIKAV e&eTdcemy [194].

O g&etaldpevog mpémet 0 1010 VoL EVOLOPEPETOL Y10l TN SOKIUT KOL Y10l TOL TTOTEAE-
opotd ™c. Qo1d60, dev amevBHveTal 0 1010¢ GTO EPYNOTNPLO, 0 OEPam®V 10TPOS O TPEmEL
vo KatevBvvel TNV avdivon, Kot okOUn KOADTEPO, VG YEVETIOTNG OV EIVOL ETOPKAOG
EVNLEPOUEVOG GTOV TOUEN TNG TPOYVOSTIKNG taTpikne. H embupia tov acbevav va vro-
Baldovtal o€ YeVETIKES eEETAGELS Yo KOPILOKES TAONGELS, ayYEIKES TAONGELS, KapKivo,
dwafnn, potevtikn maboroyia, yioo TV omoio vAPYEL NON OPKETN epmelpia, Oa Tpémet va
evBappOvetat. [Tapopoleg embuopieg 1diaitepa mopovcidlovtal o€ O1KoyEVELEG LYNAOD Kiv-
dVvov, OTTOL VTLAPYEL NON AGHEVIG e YVOOTEG AAANAOLOPPES TAPAALAYEG OADV TOV YOVI-
KOV SEIKTOV TV ovTicToly®Vv Tdved (Bpoppoiria, W10mabng vréptact, VIEPYOANOTE-
paytia KAm.). ‘Exouv mpocdiopiotet pe axpifeto ta yovidla deikteg Kot to Aettovpykd €-
AOTTOUOATIKA TOVG OAANAOLOPOQ Y10 GUYVEG AGOEVELEC OTMG 1) 0GTEOTOPMGT, TO AcOua, M
evoountpimon, n mpoekiopyio, ol kapdiayyelakeg madnoelc, o dwupng. Pvcikd, to mo
TEIGTIKA GTOLYELN TOV ATOOEIKVVOVV TN XPNCILOTNTO TOV TPOYVAOCTIKAOV YEVETIKOV £EETA-
GEMV UTOPOLY VO ANPHoVV LOVO VIO GVVONKES TPOOTTIKMYV YEVETIKAOV LEAETMV, OAAG TToL-
popoteg peréteg gival ypovoPopeg ko meplopilovtan oe pepikéc povo achéveles: Tig Kap-

dayyetakég [195] ko o aobpo [196].

AvTég 01 TANpOoPopies elvatl GNUOVTIKES Yo TNV TPOANYN 1 TN Bepameio g vOGoL
1660 1o Tov €eTalOUEVO, OGO KOl TOVG GTEVOVS TOL GUYYEVELS. ZVVETMS, OPICUEVES POPEG,
etvat amapaitnto 0 1wTpds va tov (tnVv) fondnoet va TapeL T GOGTH ATOPOCT OTOKAALYNG
TOV YEVETIKOV TANPOPOPLOV GTO OIKOYEVELNKO TOV (TNG) TEPPAALOV, E101KAE GV TO GTOL-
xelo avTd elval onpavtikd yio v vyeia Toug. apdiinia, n apyn TS u1 KoTELOLVTIKG-
TNTOS TNG WWTPIKNG YEVETIKNG GUUPOVAEVTIKIG OEV EMTPEMEL 6TOV LATPO VO emParier
™ yvoun Tov. Adym 6A®V oVTOV TOV GLVONKOV, EKEPALETAL Lo ApKETE AOYIKT Gmoym
OTL avti TG cLVNOICUEVNG «EVHEPOUEVIS E0EAOVTIKIG OUVAIVEGNS» Y10 TOV YEVETIKO
éleyyo, Ba mpémel vo {ntnBel amd tov acbevn va cuvayet pio «evnpepopév coppacn»

TOL ONUIOVPYEL LI TTLO EUTIOTEVTIKY ETOPN HETAED £VOG 1oTpoD Kat VO aioBevoug [194].
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2Oupova pe Toug 01ebvelg kavoveg [66], oe oplouéveg meputtdoels 6tav 1 vyeia
TOV oLYYEVOV TOL €£eTAlOUEVOL amEIAEITOL OO PEOMOTIKO KIVOUVO TTOV UTOPEL VoL aTo-
@evyDel, o1 TANpoPopiec oYeTIKA Pe TOV LYNAD YEVETIKO KivOuvo UTOpovV va 30000V a-

nevBeiag oe Guyyeveic.
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Yopumépaopo-XolnTnon

[Ma v Katovonomn e eOONG OTOIOVONTOTE TOGOTIKOV YVMOPICUATOS, KAOMG Kol TV
MFDs, dev elvol apKeTO VoL EVIOTIGTOVV Ta «TIELOVVAY Yovidloy, Elval exiong amapaitnto
va ovolvBel 1 £KEPOoT TOVG GE SLUPOPETIKA GTALN AVATTVENC, O TAPAYOVTEG KOl Ol ETL-
yeveTikol punyavicpot phopong tovg oe dtapopa eminedo: LOPLoKd, Bloymikd, Kuttopucd
Kot dtakvtTapikd. Eriong, Yo va katavoncsovpe v naboyéveon towv MFDS and ™ cxomid
™G Proroyiag cvomnudtwv, ivol amapaitnTo vo, SIcaENVICTEL 1] dOUT TOV YOVISIOUK®OV
dwtvmv MFD, 1 ékppacn tovg, o1 1310TNTEG KOl AAANAETIOPAGELS TOV TPOTOVIMV «LTEL-

Buvovy Yovidiov Kot 1 Katdotaon Tov petafoikdv 0dav [197].

M véa Tpd0d0g GTN TPOYVOGTIKN 0TPIKY onuetminke petd 1o 2010 kot cvoye-
tiotnke pe v tayeio eEEMEN TOV TEXVOAOYIMV Kol [E TN UEIMOT) TOV KOGTOVS TPOGOL0PL-
GLOD TOVL TAPOVS YOVISIOUATOG, TG AEYOUEVNG aAANLoVYtoN G emdpevns yevids (NGS). H
EPAPLOYN aVTNG TG LeBBOOL emétpeye Ge éva GYETIKA GcUVTOUO Ypovikd odotnua (1,5
étn) va deEaydyel TV aAAniodyion tov yovidiopdtov oyxeddv 2000 Evporaiov (2013),
va Eekvnoet - aAAnAovyion yovidropotog 100.000 WBayevov oto Hvopévo Baocileo

(2015) kou 200.000 atopmy ot Bopera Apepikn (2015).

‘Eva onpoavtikd yeyovog yio mpoyveoTiKY| 1 TpikY] To TEAevTaio Ypovia TV 1 omn-
povpyia Evponaikod Xvvoéopov «4P Medicine» kot 1 avamtugn £vOg TOAVETOVS GTPOTY-
YIKOU TTPOYPELULOTOG Y10 TV EQOPLOYT TOV «4P» atnv kKAvikn tpdén. O «odkdg xaptne»
a0 TN YOVIOLOUATIKY TNV EQTOMKEVUEVT] 1TPIKT amotereiton amd 4 dtadoykd oTddra,

&xel oyedraotel yia 30 ypdvia kon mepriappavetl To akdAovba kabnkovra:

» Aentopepnc avaAvomn TV moAVAPIOU®Y avVOAVOEVTOV YOVISIOUAT®V  SLPOPETL-
KOV ATOU®OV KOl TOV KLTTAP®V S0pOpmV avOpOTIVOV 16TMV,

» Avélvon tov TANOVcUINKOV Kol E0VIKOV 18101TEPOTHTOV TOV YOVISIOUAT®V, 1 0-
vantuén tov OgpeMov TG «OTPOUATOTOINUEVNS» 1UTPIKTG,

» Evooudtoon / ohokAnpwon (integration) tov HELOVOUEVOV YOVISIOUATOV LE TIC
LETAYPAPOLEVES TOVG BAVGIOES, TIG TPOTEIVES Kol TOVG LETAPOATEG TOVS LLE GKOTO

™ SPOPPMOOT TOV EEATOUIKEVUEVMV YEVETIKAOV d€00UEVOV (Omics),
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»  Klvikég 0K1péES: 0 GUVIVAGUOC SESOUEVMY TOV LELOVOUEVMY YOVISIOUATOV, TOV
TAUTQOPUOV EKPPOCTG, TOV EPYACTNPLOKAOV EEETAGE®V, TOV KAIVIKMOV GUUTTOUA-
TOV KOl TNG YEVETIKNG GLUPOVAELTIKNG,

» Ewovikd poviéla tov odokAnpopuévav (integrated) yovidiok®v Siktdmv Tov mo-
GYOVTOV OPYAVOV KOl GUGTNUATOV,

» AoOgveig kot moAiteg ™G dOTEG KO TOPUANTTEG TOV OEGOUEVMV EENTOUIKEVUEVNC
WLTPIKNG,

» Xvvepyoaoia pe Toug acheveic 6TOV «EKOVIKO KOGHOY» (gvvoeital OTL 68 £va GUYKE-
KPWEVO 6TAd10 avantuEng «4P Medicine», 6ev vapyeL avAayKT Yo EVOV «TTpoLyLLo-
TIKO» 00OEVT], TOL TAVTO Y10l £VO ATOUO KO TIG LEALOVTIKEG TOV 0GOEVELES UITOPOVV

VO AVOYVOPLETOVV OTT0 TO «OAOKANPOUEVO YoVidimua» 1 yevetikd mpoil) [198].

2xedov tavtdypova pe 10 Evpomaikd mpdypappa «4P Medicine» pe mpotofoviia
o0V emkepaAng Aebvoig [poypdupatoc, todpa devbovvty tov EBvikov Ivotitovtov Y-
velag, Francis Collins dnuovpyndnke to Patient-Centered Outcomes Research Institute
(PCORYI) (Ivotitovto 'Epevvag yio ta AtoteAécpato tov AcBevdv) Yo va GuvOvaceL To
W0TPIKA apyeia TV ac0eVOV e TO OTOTEAEGLOTO TOV EPYUSTNPLUK®V EEETACEDY TOVS Ko
LLE TOL OEOOUEVE, TOV TPOGOMTIKOV YOVISIOUOTOS TOVG Yo T Bertion tng modtnrag o1d-
yvoong, Tpoinyng kot Bepanciog twv cuyvov acbevelidv. Tov Defpovdpro tov 2015, 1
mpoTofovAia avt vroompiydnke and tov IIpdedpo twv Hvopévov IMoMteiwv, tov o-
noiov N 6epd onpatoddToe TV Evapén tov mpoypdupatos latpikng Akpipelag (Precision
Medicine). To kA&ldi ylo TNV EXLTUYN EPOPLOYN TOV TPOYPAUUATOS, COLPOVA LLE TOV YV®-
016 emotnUova 6TV avlpamivn yovidltwpatiky|, Tov Eric Lander, etvat 1 tayeio avémtoén
NG LYNMANG armdd0om G aAANA0VYIoN G YoVIdldpatog véag yevids (NGS) kot 1 mapovsio Tov
avTImPooONEVTIKOV Protponeldv DNA mov mepiéyovv exotoppvpla detypotoa DNA amd
vy kot waoyovto dropa [199]. Mpdayuatt, 1 aAAnAovy G OAOKATPOL TOV YOVISIDHOTOG
010v¢ 50.726 eVAIKOVE KOt O GLVOLOGHOC TOV ANPHEVTOV ATOTEAEGULATOV LLE TOL OEOOUEVL
TOV AVTIOTOLY OV LUTPIKOV NAEKTPOVIK®OV apyeiwv, dtomictmoay 0Tt ke Tplakootd dropo
07O YOVISIOMO £XEL EMKIVOUVEG YEVETIKEG TAPAAAAYES TTOL VTOONADVOLV TIG GOPaPEG TTO-
Mmoapayovtikég acéveleg [200]. Me mdnpn oAlniodyion tav 950 @ovotumikd vyidV o-

TOpoV nAkiog 45-60 etwv, oe mepimov 100 do0teg, evromioTnKay emiKivouveg HETOALAEELS,
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vrodniwvovtag 1. MFD. EmumAéov, o 34 cuuueTéQOVTES 68 OVTEC TIC KAMVIKEG MEAETEG

Bpébnkav cvuntdpato acbevelidv mov oyetilovton pe To avtiotoryo yovidia [201].

H pn emiextikn] aAiniodyion 1@V yovidstopdtomv tov TAn0ueprov kot 1 chyKpion
TOV MNEOEVIOV AMOTEAEGUATOV UE TO KAVIKG OE00UEVA, TOPEXEL CIUAVTIKES TAT|POPOPIES
Y0 TN TPOYVAOGTIKN 1ATPIKY|. Oewpeital, 0Tt Ta TpooeyT| xpovia, to [Ipdypappa «lotpikn
Axpifetagy Ba £xel 0N S140€0M TG EKOTOUUDPIO NAEKTPOVIKAOV XOPTAOV VYEIOS, GUUTAN-
POUEVOV HE OVTIGTOLYO YOVIOIDOUOTA TOV EXOVV OVOAVOEL, TO AEYOUEVO «YEVETIKO MAe-
KTpovikd pogik vyeiacy. ['a va emtayvvOel 1 cuAhoyn Tev dedopévov Pacn tov Tpo-
YPOAUUOTOS, TPEMEL VO GUUUETEXOVY GTNV VAOTOINGT TOV KO Ol EUTOPIKES ETAPEIEG TTOV
&xovv aoyoAnOel pe Tig yevetikég dokiuég oto mopeldov (23 and Me, Pathwaygenomics),

Kobd¢ Ko pécm tov cvotnuatog iPhone tov 1oktTOY KivnTdV ThApdvov [202].

Mo Aemtopepng LEAETN TV GTAOIOV EPOUPLOYNG TV KAT|POVOUIKDOV TAT|POPOPLOYV
EMTPENEL TNV EKTIUNGN TOV KIvdOVOL NG VOooL pe peyarvtepn akpifeta [203]. 'Eva amod
T onuovTikd omoteAéspata tov [poypdppartog «latpikr Axpifetoc» eivar n tovtomoinon
TOV IYAVIGROV EVEPYOTOIN GG (LOPLaKOl 001 Y0L), YEYOVOS IOV AVOLYEL TIG VEEG EVKOL-

pieg Yo amoTeAEGLATIKY] TPOANYT Kot 6ToYELVEVT Bepameia twv MFD.

‘Etot, o ta tehevtaio 20 ypdvia, M WOTPIKN YEVETIKY| €XEL TEPAGEL Lidt OVGKOAN
dtadpopn, amd TNV aVIALGCT) TOV YOVISI®V ®G TN LEAETT OAOKAN POV TOV YOVISUDLOTOS, OO
TOV €AEYYO GLGYETICUDOV OAOKAN POV TOL YOVIOLOUOTOS G TN Proloyio cuoTNUdTOV TV
MFD, and ™ HeTOQPAGTIKY] 10TPIKT OG TNV W0TPKn AKkpifelag, amd 1o YeEVETIKO TPOPIA ¢
TOV NAEKTPOVIKO Yovidtmpatikd yaptn vyeiog [203]. H mpoyveotikh 1otptkny Tov epeovi-
omNKe o6T1G apyés Tov 21 cmva Eemépace pe emtuyio OAES TIC SVOKOAES TOV GLVOELOVTAL
pe v tayeia pdodo TG EPELVOC GTO AVOPOTIVO YoVIdimua Kot Xapn OTIC VEES TEXVOLO-
yieg, otV 100 y®YN VEOV TPOoeYYicewv Onwg floAoyio CLGTNUATOV Kol BLOTANPOPOPIKT,
£ywve KOpLOOIO EMGTNUOVIKTY KOl TPOKTIKY KATEHOLVGN TNG GVYYPOVNG LOTPIKNG EMCTN-

une.

H amokmdikomoinon tov avOpdmivov YoviSidHOTOg 001YNoE 6T LETAPAOT TNG 7oL~
POOOGIOKNG WTPIKNG 6TO Hoplakd (Yovidiopatikd) eminedo. Ta yeveTikd 10T YpNOLUO-
TOLOVVTOL TOGO GTIV TPOYEVVITIKT S1YVOOT Kol 6TV 0YKOAOYio, 0G0 Kol 6€ GAAOVS TO-

peig e wrpikns. H tayeio avamtuén yoviotopotikig VTodnAmveL OTL 6TO €yy0G UEALOV,
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évag avlpwmog, noN and ™ Yévvnon tov, o AdPet To amoteAéopota avAAVONC TOV YOVI-
SOUATOC TOV, GLVETIMG BaL £YEL TIG TANPOPOPTIES Y10 TN LTAPYOVGO 1 SUVNTIKT, U1 ELPAVIG
nafoAoyia, Yo TNV OTOUIKT| TOV TPOIADEST) O GLYVEG TOALTTAPOYOVTIKEG AGBEVELES KOOMG
KoL ylo T HEAAOVTIKT Tov Qappokobeparneio. To amoteAéopota g 0AANAOVYIONG TOV
YOVIOLOMOTOG B0 EVOOUOTOVOVTOL GTO 10TPIKO apyeio Tov veoyévvntov, yeyovog mov Oa
ONUOTOOOTNGEL TNV 0Py UG NAEKTPOVIKNG KapTog vyeioc. Enl tov mapoviog, n mAdov
«5P» 1atpcn Bpiokeran axodpa oto apyikd otadio avamtoéng . Ta yevetikd teot onpepa
dtvouv T duvatodHTNTO VL TPOGIOPILETOL Y10 GUYKEKPIUEVO ATOUO HOVO 1) OUAO0 KIVODVOU
tv MFD oAAd pe AMyeg e€apéoets, Oev emMTPETEL TNV TPAYUOTONOINOT) TOV LELOVOUEVDV
npoPAréyemv yio peAloviikég achéveleg. Aapfdavovtog voym v tayeio eEEMEN TS Ye-
VETIKNG, 1 ELCOYOYN TNG YVOONG GYETIKA HE TIG duvatoOTNTES Kat Tig peboddovg g «5P»
WLITPIKNG GTNV VYEIOVOUIKT TEPIBOAYT, OTNV KAVIKT] OKEYN TOV 10TPAOV PaivETOL VO Efvat
emikapn ko onjuepa. A&ilel va vroypapotel OTL 01 KAVIKES HEAETEG KO O1 OVOAVGELG
(Broymuuég, Aettovpyikéc, oporoYIKES K.AT.) KaB1oTOOV duvaTh HOVo TV a&loldynon g
TPEYOVGOG KATAGTACTG TOV OPYOVIGHOV. QGTOCO TO YEVETIKA TEGT OV de&dyovTon pio
@opd otn (o1 eivarl avTd TOL TOPEXOVY TANPOPOPIES Y10, LOVOOTKA YOPAKTNPLOTIKE TOL

«KANPOVOUIKOD TPOYPALLATOS) TOL KAOE atdLLov.

H ovykpitikn avaivon tov oAANAETIOpAGE®DY YOVIOI0V-YOVISIOV, TV EMLYEVETIKMOV
KOl EKPPACTIKOV TPOPIA, TOV HETAROMK®V dlatapoy®V Tov cyeTilovTal e TV Asttovpyia
TOV OVTIGTOY®V VIoYNPiwV yovidimv, amotelobv ) PBdorn e chyypovng Epevvog Yo
MFD. Ta onpovtikd emtedypato ot HEAETN TOV avOpOTIVOL YOVISIOUATOS, 1 ELGAVION
VEOV LOPLOKADV YEVETIKAOV TEXVOAOYIDV, 1| EMLTVYi TNG PloAoyiog cuotnudtomy kot g Pilo-
TANPOPOPIKNG, dleyeipovy T UETAPAOT TG WITPIKNG OO TV HEAETN TG OVOTOUING TOL
YOVIOUDLOTOG GTT] £PEVVA YOVIOIOUOTIKNG AELTOVPYLNG, OO TNV 0LVAALGT TOV YOVISIDUOTOG
«MPEROS) OTNV KATAVONGT TOL SVVALIKOD YOVISIOUOTOS GTO OVOTTUGGOUEVO OPYOVIGHO,

o1 Broroyia T®V CLGTNUATOV TOL.

‘Eto1, 1 mpoyvootikn) wtpkn mov to 2000 €kave TNV eLeAvion g, £l VTOOTEL
coPapn eEEMEN kan eEakorovBel va dtatnpel T emkapdTNTd TNG. 'EYel ddoel dbnon ot
dnuovpyia g «SP» wTpikng, 1 omoia 6to £yyvg pEALOV, pall pe ™ PromAnpoeopikn Kot

TN YEVETIKN] T®V GLGTNUATOV, B0 amoTEAEGEL OVOTOGTOOTO WEPOG TNG UETAPPUCTIKNG
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(otoyevpévng) wrpikne. Eivar gavepd 6t 1o 1101 avapepBiy «yeVETIKO TPOPIA» 6T K 1
™V GAAN popoen o petatponel og kKépta NAEKTPOVIKNG vYElag mov Ba cuvdvaletal Le o-
TOUKE YoVIStopoTikd dedopéva. H sloaymyn tov teyvoroytdv vyning amddoong Kot n
ONUIOVPYIO YEVIKEVUEVOV YEVETIKOV Kol KAVIKOV Pdcewv dedopévav eivar po mopeio
PO TN «oTpikn Axpifelag» tov péArovtog. H avantuén kot epoppoyn tov oebvov mpo-
YPOUUATOV peydAng kiipakag omwe «SP Medicine» pe otdyo v avaivon Tmv cLoYETI-
oeMV LETOED TV OAAAYDV GTO YOVISTMLO KOL TV YOPAKTNPIGTIKMV TNG QULVOTUTIKNG TOVG
Ekppaong/ekdniwong, coprmeptrapfavopuévng g MFD vrodeikviel T cuvaeelo. / emkot-

pPOTNTA, TNV TPOOTTIKT KOl TNV TPOKTIKN CUAGI0 TOV LEAETMOV TTOV YivovTol GIHEPO.

"Eva and ta 16dypata tov [poypappatog AvOpdmivov I'ovididpotog Kot Towv oA~
AOV «ONUOVTIKOV ETCTNHOVIK®OV EEKIVILATOV» NTAV OTL TO SEOVTOAOYIKEL, VOLLKE KO KO1-
voviKa Bépata tpénel va ival 610 enikevipo ¢ Kabe mpoondOelag Kot o OpLd TOVG Vo
€000V amd v apyn. Exminpdvovtog tic mpocsdokieg Tov mpoypdupatog «latpikny Axpi-
Beragy, exTdHC TOV AAA®V eMTELYRATOV, (o oTabepn N0 Bdon Yo TNV KAMVIKNY Kot T

LETOYPOPIKT] YOVIOLOMoTKY Oa amotnOel, edwcd ota Oépata oykoroyiog.
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