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2xnua 1. Anuoupyn6nke amé Texvntry Nonuoouvn

Ceviko BEpa TG padnoiakng diadpoung

Mpdéypauua  AvBpwtivou  MovidipaTog  Kal
rovISIWPATIKA laTPIKN

ZUYKEKPIPEVN OVOMOACIa TNG MOONCIOKAG
povadag

IATTOKWOIKOTTOINGN TOU avBpWTTIVOU YoVIOIWHATOG

HAIKia Twv XpnoTWV-0TOXWV

14-18 eTwv

ATTITACEIG VIO TOV EKTTOISEUOHMEVO

Baoikég yvwoelg dourig DNA  kai  yovidIakng
Ekppaong. Eviiagépov yia Tn BloAoyia, T YEVETIKA
N TN BlotexvoAoyia. IkavoTnta xpriong YneIakwy,
OUOKEUWV Kal AAANAETTIOpaONG HE TTEPIEXOUEVO
eTTaugnuévng TTpayuaTikéTnTag (AR).

Mepiypan TnNG HOONOCIOKAG HOVASag

AUTA N PaBnolakr evoTnTa €I0AYEl TOUG HaBNTEG
oT1o ‘Epyo ENCODE kai Ta AeIToupyIké OToIXEIO TOU
avOpwITIVOU YoVIOIWUATOG MEow piag
O100paCTIKAG  Kal  JIEPEUVNTIKAG  HOBNOIaKA]
TTPOOEyylong TIOU  UTTooTnpieTal  atmd TNV
eTaugnuévn TpaypatikotnTa (AR). O1 pobnrég
eCePEUVOUV BATIKEG YOVIDIWUOTIKEG EVVOIEG OTTWG
TO KWAIKOTTOINTIKO Kal U KwdikotroinTikG DNA, TIg
PUBUIOTIKEG TTEPIOXEG, TNV YOVIDIOKNA £KQPOCn Kal
TN Oouf TNG XpwMaTivng. XpNnoIYJOTTOIWVTA]
Assembir EDU. Q¢ «Upia  mAaTQOpUA
eTTaugnuévng TrpaypatikotnTag (AR), o1 pabnrég
AAANAETTIOPOUV [E TTOAUETTITTEDD WNPIOKA POVTEAA
TTOU OTTEIKOVICOUV TNV 0pYAvWwaon TOU YOVIDIWHATOG
kal TiG Oladikagieg puBpiong Twv yovidiwv. H
eCepelvnon Tou Bacifetal otV €TTAUENUEVN
TTPAYMATIKOTNTA (AR) ouvouadletal [Vt
KaBodnyouueveg  oulnTAoElg, OPaCTNPIOTNTE(
AeCINoyiou, Wwn@Iakd KOUi{ Kal CUVEPYOTIKE]
epyaoieg. H evoTnNTa KOPUPWVETAI PE EVa WiVI-EPYO
N Wa  dounuévn  TPOKANCN  €maugnuUévng
mpaypaTikétnTag (AR). H pabnoiokn evotnra
oToxeUel oTnv €PBaBuvaon Tng Karavonong Tng
TTOAUTTAOKOTNTOG TOU  YOVIDIWUATOG aTTO  TOU(
poBnTéG, otV avadeign TNG ONUACIag Twv N
KWOIKOTTOINTIKWY PUBMICTIKWY OTOIXEIWV KAl OTOV|

POAO  TWV  PEYAANG  KAIJAKOG  OUVEPYATIKWV]




epeuvnTIKWV €pywv, Oommwg 10 ENCODE, 0Tn
OUYXPOVN YEVETIKN KAl YOVIOIWUATIKI IATPIKT.

Oépa: EptrAekOpeva pépn

Biodoyia / Biogmotiues: TME [/  Wnoeiokn
Ikavotnta:  Kabnyntég  Puoikwv  EmoTnuwv:
MAaT@opua AR TTou Xpnolgotroindnke: Assembilr
EDU

INEEEIG-KAEIDIG

IAVOpWTTIVO MNovidiwpa,  'Epyo ENCODE,
Aerroupyika 2toixeiac DNA, Mn KwdikoTroinTtikd
RNA, lNovidiakny PuBpion, Xpwuarivn, ETTauénuévn
MNpayuaTikéTNTa (AR)  omnv Extraideuon,
BiotrAnpo@opIki, ovIBIWPATIKA, Mdaenon
duoikwv EmoTtnuwy

Baoikd Tmpooovra, OefloTNTEG KAl
YVWOEIG TTOU HTTOPOUV VA aTTOKTNOoUV

Katavénon ¢ Soung kai Tng Asiroupyiag Tou
avBpwITIVOU YOVIDIWUATOG. MNvwon TWV,
KWOIKOTTOINTIKWY KAl PN KWOIKOTTOINTIKWY|
TTEPIOXWVY KAl TWV PUBUIOTIKWY TOUG POAWV.
E¢oikeiwan We TIG TTPOCEYYIOEIG KAl TIG TEXVOAOYIEG
YoVIOIWUATIKNAG €peuvag (1.x., ChlP-seq, RNA-
seq). lkavoTnTa €PPNVEIAG ETTIOTNUOVIKWY KOl
OTITIKWV  YOVIOIWUATIKWY dedopévwy. Wnolakog
VPAUMUATIONOG  Péow  dopnuévng  €€epelivnong
eTaugnuévng  TTpaypatikotnTag (AR). Opadikni
epyaocia Kal 0e€10TNTEG ETTIOTNUOVIKAG
ETTIKOIVWVIAG. KPITIKA OKEWN OXETIKA YE TN YEVETIKA
EPEUVA KAl TIG EQAPHOYEG TNG OTNV IOTPIKA KAl TN
BiotexvoAoyia.

Xpnoipotroindnkav wopol Kai SISaKTIKA
BondAuara

[Npocapuoouéva ETMIOTNUOVIKA  KEiMEVA  Kal
TTEPIAAYEIG. E@apuoyn emmaugnuévng
mpayuarikétntag  Assemblr  EDU.  Kivntég
ouokeuég  (smartphones 1 tablets) yia
QAANAETTIOpPaON ME €TTAUENUEVN TTPAYUOTIKOTATA
(AR). Wnoiokoi 1 eKTUTTWOIUOI  OEIKTE(
eTTaugnuévng TTpayuaTikOéTNTag (€Gv aTraiTeital).
TpiodidoTtata  poviéAa  DNA,  puBuIoTIKWV
TTEPIOXWV KAl dOPWYV XpwHaTivng. AladpaoTIKd
QUAAO  epyaoiag kal TTiVOKEG  TTApPATPNONG.
EpyaAeic  online  kouil  yia  DIAUMOPPWTIKN
afloAdynon (11.X., Gimkit)

KpitApia a§ioAéynong kai afioAéynon

EvepyOdg CUPPETOXA O€ €6epPeUvOn KAl OUODIKEG
epyacieg Tou Bacifovrar otV €Tauénuévn
mpaydaTikéTnTa  (AR).  ZupmrAfpwon  TTIVAKWY,
TTOPATAPNONG KOl EPWTACEWY AVAOTOXOOMOU.
AkpiBela  otnv  €€Aynon  Twv  yoVIOIWMHATIKWV|
OTOIXEIWV KOl TWV PUBUICTIKWY TOUG AEITOUPYIWV.
ATTOTEAEOUATA  DIAUOPPWTIKWY  afIoAOYATEWV|

(EAeyxol Aelhoyiou kal gvvoiwv). lMoidtnta TOU
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TEAIKOU pivi-€pyou 1 dopnuévng epyaciag AR TTou
BagiCetal otV eTauénuévn rpayuoTikéTnTa (AR).
AvaTPO®OdOTNON aTTO OMOTIHOUG Kal agloAdynon
EKTTQIOEUTIKWV.
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ov 210 awwva, N amoKwdKOoToinon TOU avOpWTIVOU YOVISLWHATOG EXEL YiVEL Eva aTto Ta
’cnuavrch')tapa ETOTNHOVIKA ETUTEVYUATA OTN BloAoyia Kat TNV latpikn. H oAokAnpwon
Tou Mpoypappatog AvBpwTivou MNovidlwpatog tapeixe oToug epeLVNTECG Yla aAAnAouxia
avadopdc tou avBpwrtiivou DNA, kaBlotwvtag duvarth tn HEAETN TNC YEVETIKAC BAong NG
avBpwrtvng avamtuéng, tng puoloAoyiag kat Twv acBevelwv. QoTO00, EVW TO £PYO
Tapeixe pla mAnpn aAAnAouxia, €6soe emiong onuavtika veéa epwtnuata. Eva ano ta mo
EVIUTIWOLAKA dnTApata ATav T0 TWCE O OXETIKA HIKPOC aplOpog yovidiwv Tou
KwOLKOTIOOUV avBpwriveg Tpwrteiveg - epimou 21.000 - 6a propovioe va eEnynoeL TNV
agloonueiwtn BLoOAOYLKN TTOAUTIAOKOTNTA TOU avBpwTvou opyaviopou (Claverie, 2001;

Lander et al., 2001).

Autl n ampoodokntn avakaAvyn apdloBnInoe TPONYOUHEVEC UTIOBECEL OTL N
TTOAUTTIAOKOTNTA TOU OPYyaVvVIoHOU OXETIeTAl APeoa PE Tov aplOpd tTwv yovidiwy Tou
KwOIKOTIOOUV Tpwteiveg. AlamiotwOnke OTL Ol AvOpwTIOL £XOUV TIAPOHOL0 aplBuod
TETOWWYV YovIdiwy pHE TOAU amAOUCTEPOUG Opyaviopoug, OTwE O vnuatwdng
Caenorhabditis elegans (Claverie, 2001). Q¢ amotéAeopa, Ol EMOTAHOVEC Apxloav va
OTPEDOLV TNV TPOCOXN TOUC TPOC TA HEYAAA TUAPATA TOU YOVISLWHATOCG Ttou dev
KwOLKOTIOOLV TtpwTteivec. AUTEC OLTIEPLOXEC, TTOU TIPONYOUHEVWC ovopadovTay «AaxpnoTo
DNA», avayvwpidovtav 0Ao Kal TTEPLOCOTEPO WCE AEITOUPYIKA CNUAVTIKEG Yl Th pUBULoN

NG YOVIOLAKAG dpaotnplotnTag Kat tn dtapdpdwaon tng BLoAOyIKAG TTOAUTIAOKOTNTAG.

MNa va amavinoel oe autd ta epwinuata, to Epyo ENCODE (EykukAomaidela twv
2tolxeiwv DNA) &ekivnoe to 2003 amo to EBvikd Ivotitouto Epeuvag AvBpwrivou
Novidwwpatog (NHGRI). O mpwtapxikog otoxog tou Epyou ENCODE ftav va evioTtioel kalt
va Xapaktnpiosl oAa ta AslToupylkd OTOLXEid €VTOC TOU avBpwrTlvou yovidlwHatog,
OUUTIEPIAQUBAVOHEVWY TOCO TWV AANAOUXLWY TIOU KWOLKOTIOOUY TtipwTteiveg 600 Kat
TwV PN Kwolkotolntikwy teploxwv (ENCODE Project Consortium, 2004). Avti va
eotidlel povo ota yovidla, to ENCODE otoxeue oTnVv KAtavonon Tou TPOTou Asttoupyiag

TOU YOVIOLWHATOC WE €va SUVAUIKO Kal AKpw( pubutlépevo cuotnua.



Autn n paBnolakn svotnta elodyel Hadbnteg nAkkiag 14-18 etwv otig BAOLKEG WOEEC TNG
YOVISLWHATIKAG Kal Tou AsttoupylkoU DNA péow plag dladpacTikig Katl dlepeLVNTIKAG
lOKNG Ttpoogyylong. Zuvdudadovtag TNV TPEXOUOA ETILOTNHOVIKA €peguva PE TNV
vénuevn mpaypatikotnta (AR), ol pabntég e€epeuvolv TA KPUHHEVA PUBULOTIKA
'OTPWHATA TOL AVOPWTILVOU YoVIBLWHATOC. AuTtd TteplAapBdavouy pn Kwdikototntikd RNA,
pubulotika otolxeia DNA, TPOTIOTIOINOELG XPWHATIVNG KAl PNXAVICHOUG HeTaypadLkng
puBuLong. H apxikn Aotk ¢ddaon tou epyou ENCODE emikevipwBnke o mepimou 1%
Tou avBpwrtivou yovidlwpatog (mepimou 30 peyafAcelg) Kal ATTOKAAVYE EKTETAPEVN
HeTaypadlk  dpactnplotnTtd, CUUTEPAUPBAVOUEVWY  TIOAWY  TIPONYOUHEVWC
AYVWOoTwV pPn Kwdkotmolntikwy RNA kat pubulotikwy onuatwyv (ENCODE Project

Consortium, 2007).

Méow otabpwv pabnong mou Bacilovial oe smauvénuévn mpaypatikotnta (AR) kat
PUndLakwyv HoVTEAWY, oL Habntég eival oe B€on va oTITIKOTIOW|GoUV BLOAOYIKEC Dlepyacoieg
TIOU KaVOoVIKA eival adopateg Pe yuuvo pdtl. Ta dadpacTtikd tplodldotata HoviEAd
ETUTPETIOVY OTOUC HABNTEG VA EEEPELVHACOLV TN O TNE XPWHATivNg, va tapatnprnoouv
TIWC TA PUBULOTIKA oTtolxeia aAnAeTdpoUV Pe Ta yovidla Kal va KATAavornoouV TG N
yovidlakn €kdppaon dladepel HeTAEL TWV KUTTAPIKWY TUTIWYV. Ol pabntég sloayovtal
ETONG 0€ BACIKEG YOVIOLWHATIKEC TEXVOAOYIEC OTIWC N AVOCOKATAKPAUVION XpWHATivng
akoAouBoupevn amnd arAnAoUxion (ChlP-seq), n aAAnAouxion B€ong umepevaiocdnIng
DNase | (DNase-seq) kat n aAAnAouxion RNA (RNA-seq). Autd ta epyaieia BonBouv toug
ETUOTAMOVEG va aAVAAUCOULV TN JdPACTNPLOTNTA TOU YOVIOWWHATOC KAl va evioTmioouv

Aettoupyika otolxeia DNA (Landt et al., 2012; Djebali et al., 2012; Gerstein et al., 2012).

H épeuva mou dle€nxOn oto mAaiolo tou Epyou ENCODE katedelée OTL pubuLoTIKA
oTolxeia, OTIWCE Ol UTIOKLYNTEG KAl Ol EVIOXUTEG, ouvepydadovtal yla va BEATIWOOUV Thv
EkPpacn yovidiwyv Pe TPOTIO €LOIKO YIA TOV KUTTAPLKO TUTIO. AUTEG Ol AAANAETIIOPACELC
e€aptwvtal oe peydro Babuo amod tnv opyavwaon Tng XpwHativng Kat TL¢ TPOTIOTIOLAOELG
TWV LOTOVWYV, UTtoypappidovtag tn onpacia tng dounC ToU YoVISLWHATOC 0T YOVIOLaKN
puBbulon (Kundaje et al.,, 2012). Tétolwa eupnuata €xouv avadlapopdwoel TNV
ETIOTNHOVIKA KATAVONON TOU TPOTIOU [E TOV OTIOI0 EAEYXOVTAL Ol YEVETIKEC TTAnpodopieg

EVTOC TWV KUTTAPWV.



AELTOUPYLKA £va PEYAAO TTOCOOTO YEVETIKWY TIAPAAAyWYV TToU oxetidovtal pe aoBeveled.
TloAAEC ammo auteg TIg Tapalayeg Bplokovtal oe pUBULOTIKEG TLEPLOXEG Kal OXL O€ yovidla
TIOU KWOLKOTIOLOUV TIPWTEiVES, YEYOVOCG TTOU LUTIODONAWVEL OTL Ol AAAAYEG OTN YOVISLOKN
pLBULoN PTtopoLV va dladpapatiocouvy Kpiolpgo poAo otnv avartuén acBevelwv (Schaub

et al., 2012; Boyle et al., 2012).

MéExpl To TEAOC AUTNCG TNE HaBNOLaKAG evOTNTAC, Ol HaBnTEC OxL povo Ba amoKtoouv
BaolkEG yVWOELC 0TN Hoplakn BloAoyia katl tn BlomtAnpodopikr, aAdd Ba avamtuéouv
eniong Ynolakd ypagpatiopod, opadlkn epyacia Kal JelOTNTEC ETULOTNHOVLIKAG
eTukolvwviag. H evotnta €xel oxedlaotel yla va KAALEPYNOEL TNV TEPLEPYELA, TNV KPLTIKN
okéYNn Kal TNV €eKTignon yla TNV TOAUTIAOKOTNTA TOU AVOPWTILVOU YOVISLWHATOC.
Tautoxpova, uTtoypappidel Tn ouvepyatikn ¢UCN TNG CUYXPOVNCE ETILOTNHOVLIKAC EPEUVAC
KAl TN onpacia Twv peyaAng kKAipakag dlebvwy €pywyv otwg to ENCODE. Evw oplopéveg
aAAnAouxiec DNA gpmAékovtal dPeoa otnV KWAIKOTIOINoN MPWIEIVWY, &va CNUAVTLKO
HEPOC TOU yoVvIdlwHAToC amoTteAsital and PN KWOLKOTIOLNTIKEG TIEPLOXEC TIOU EKTEAOUV

0UCLWOELE PUBULOTIKOUC Kal SOPLKOUG pOAoUC.

E-EPEYNH2TE: Amé 71a vyovidla otnv

TTOAUTTAOKOTNTO

Ti1 gival To AvBpwTivo Novidiwua;

To avBpwtivo yovidiwpa eival 1o TAAPEC OUVOAO VYEVETIKWY O0OJNylwv ToU
Kwodlkottolovuvtal oto DNA. To DNA amoteAsital and t€0oepLg TUTIOUC VOUKAEOTIOIWV:
adevivn (A), Bupivn (T), kutooivn (C) kat youavivn (G). Autd ta VOuKAeoTidla eival
dlatetayyéva o€ Hla  OUYKEKPLUEVN dAAnAouxia pe TeplocOTEPA amo Tpia
dloekatoppupla devyn Bacewyv. Madi, armoBnkevouv TI¢ TANPodopieg TTOU arattovvTal

yla va kateuBuvouv OAeg TIc PBloloyilkég Odlepyaciec oto avBpwTtivo ocwpa,



OUUTEPIAAMBAVOPEVNC TNC AVATITUENG, TN EEEAENC, TOU PETABOALOHOU KAL TNC ATIOKPLONG

oto nepyBarlov (Lander et al., 2001).

To De0&uplBovoukAeikd oL (DNA) eival opyavwpevo oe Oopeg Tou ovopaldovial
XPwuoowpata, ta omoia Bpiokovtat oTov uprva Kabe kuttapou. Kabe xpwpoowpa
TMEPLEXEL TIOAA yovidia. Eva yovidio eival pia kaboplopévn alnAouxia VOuKAEOTISiwV
TTOU ouVNBWC KWOLKOTIOLEL €va AELTOUPYIKO TIpoiov, cuvnBéotepa pla mpwrteivn. Ot
pwrteiveg ekteAolV éva euvpl pAcpa BaciKwy AELTOUPYLWY OTA KUTTAPA, OTIWC N

dnuoupyia KUTTAPIKWY JOPWYV, N KAtdaAuon BloxnUIKwy avtidpdoswy Kal N petadoon

ONMATWY PETAEL TWV KUTTAPWV.

H oAokAnpwon tou lMpoypdappatog AvBpwrvou MNovidiwpatog to 2001 mapeixe tnv
TIPWTN OAOKANPWHEVN ETILOKOTINCN TWV AVOPWTIVWY YEVETIKWY TTANpodoplwy. Eva amo
TA IO ATIPOCAOKNTA EUPAKATA TOU ATAV OTL TO AVOPWTILVO YoVISiwHa TIEPLEXEL TIEPITIOU
21.000 yovidla TOU KWOALKOTIOOUV TpwTEiveg. AUTOC O apPLOUOC eival €KTANKTIKA
TTapoOpolog pe auTov TTOAU amAoVoTEPWYV OPYQAVIOHWYV, OTIWG o}
vnuatwong.Caenorhabditis elegans(Claverie, 2001). Autr} n avakaAuvyn audlopritnoe
TNV HaKpoxpovia uttoBeon OTL N opyaviouLkn TtoAuTtAokoTnTa Kabopidetal Kupiwg ano tov

ApPLOHO TWV YoVISiWwY TToU KWw3LKOTIoloUV TtpwIeivec.

Q¢ amotéAecpa, ol €TIOTAMOVEC dApXloav va OlEPeELVOUV AAAEC TINYEC PBLOAOYLIKAC
TTOAUTTIAOKOTNTAC EVTOC TOU Yovidlwpatoc. H mpoooxn otpddnke 0To PEYAAO TTOGOOTO TOU
DNA mou dev KwdlkoTolel TpwTteiveg. AUTEG OL TIEPLOXEG, TIOU avadepovIal WC KN
KwodlkoTtolnTiko DNA, amoteAoUV TNV TTAELOVOTNTA TOU AVOPWTILVOU YOVISLWHATOC. AV Kal
dev mapdayouv dpeoca tpwrteiveg, maidouv ouCLACTIKO POAO OTN PUBULON TNG YOVIOLAKNC
ékppacongKkatotn dlatrpnon tngdopng tou yovidiwpatog (ENCODE Project Consortium,
2007).

Ol PN KWO3LKOTIOINTIKEG TEPLOXEC TepAapBdavouv éva supl ¢ddAopa AELTOUPYIKWYV
otolxeiwv. Meta&L autwy eival oL UTIOKIVNTEC, OLOTIoioL CNUATOJ0TOUV TO onUEio Evapénc
NG petaypadng, oL EVIOXUTEC, ol oTtoiol auédvouv To emtinmedo yovidlakng ekdpaong, ol
OlyaoTnPEG, Ol OTIOIOL KATACTEAAOUV TN HETAYPAdN KAL Ol HOVWTEC, OL OTtO(0L EAEYXOUV TIC

aAANAeTIO pACELC HETAED PUBULOTIKWY OTolXEiwv Kal yovidiwv. EmumAgoy, to yovidiwpa



TIEPLEXEL ®opouC TUTIOUC MN KwdlKoToNTIKWY popiwv RNA, omwg pakpd pn

Madi, ta yovidla Tou KwoIKOTIoloLUV TipwTteiveg, Ta pubulotikd otolxeia DNA kat ta pn
Kwodkottointikd RNA oxnuatidouv éva e€AlpETIKA CUVTOVIOHEVO PUBULOTIKO cUoTNUA.
AUTO TO OUOTNUA ETUTPETEL OTO (OO0 yovidiwpa va Tapdysl pla peydAn TolkiAia
KUTTAPLIKWY TUTIWYV, OTIWCG VEUPWVECG, HUIKA KUTTAPA KAl avoookuttapd, Kabgva pe
Eexwploteg Asttoupyiec. Emiong, emtpémel ota kUTTOpa va aviamokpivovial o€
avamtuélakd chpata Kat teplBaroviikeg arayeg. H katavonon auvtig tng pUOULCTIKACG
TtoAUTIAOKOTNTAC €ival BepeAlwdng yia tnv €€Rynon tng avbpwrivng avamtuéng, Tng

TIPOCAPHOYNC KAl TWV acBevelwy.

Ti givai To 'Epyo ENCODE;

To Epyo EykukAomaidelag Ztolxeiwv DNA (ENCODE) &ekivnoe to 2003 amd to EBviko
Ivotitouto Epeuvag AvBpwrtiivou Novidwwpatog (NHGRI). O kuplog otoxog tou eival va
EVTOTIOEL Kal va Xapaktnpioel 6Ad ta AslToupyLlkAd OTolXela oto avBpwTivo yovidiwua,
oupmepAaUBavopEvwy ekeivwy Tou dev kwdlkotololv mpwteiveg (ENCODE Project

Consortium, 2004).

MNna va emutevxBei auto, 1o Epyo ENCODE xpnotpotolel éva eupl pAaopa TTEPAPATIKWY
KAl UTTOAOYLOTIKWY HEBOdWYV. AUTEG TEPIAQUBAVOUV AVOCOKATAKPRHVION XpwHativng
akoAouBouUpevn amd aAAnlouxion (ChlP-seq), aAAnAoUxion RNA (RNA-seq) kat
aAAnAoUxlon B€ong umtepevaiodbntng otn DNase | (DNase-seq). AUTEG oL TeXVOAoyieg
ETUTPETIOVV OTOUC ETILOTAHOVECG va PEAETACOLY TNV €kdpacn yovidiwv, tn dEcPeLON
mapayoviwy petaypadng Kat tnv TPoofaciyotnta otn xpwpativn oe ToAAoUg

dladopeTikoug TUTIOUC avBpwTiivwy Kuttdpwy (Landt et al., 2012; Djebali et al., 2012).

To €pyo &ekivnoe pe pla TAOTIKA $dAcn ToOU eTKevIpwOnKe oe mepimou 1% Tou
avbpwTivou yovidlwpatog. AutAi n ¢don oxedldotnke yla va SOKIHACEL TIEIPAUATIKEC

peEBOOOULC Kal oTpatnylkeég avaiuong dedopévwy. Metd tnv emtuxia tou, TOo €pyo



Beoclg déopeuong mapayoviwyv petaypadnc kat AAa  pubploTika

XAPAKTNPLOTIKA.

Mia amo Tt onuavtikotepeg avakaAvyelg tou Epyou ENCODE eival ot éva peydlo
TMOC0O0TO TOU avBpwTilvou yovidlwpatog pyetaypddetal oe RNA, tapoAo mou povo Eva
HIKPO KAdopa kwdlkotolel mpwteiveg. Ol epeuvnTEC evioTioav XIALAOEC PUBULOTIKEG
TIEPLOXEG, OUUTIEPAAHPBAVOUEVWY UTIOKIVNTWY, EVIOXUTWY Kal Povwiwyv. Autd Ttad
otolxeia emnpedadouv TNV yovidlakn €kdpacn Pe TPOTIO ELSLKO YlA TOV KUTTAPLKO TUTIO KAl
ouvdEovtal OTeVA HE TN OOPA TNG XPWHATIVAC KAl TIC TPOTIOTIOCEL TWV LOTOVWYV

(Gerstein et al., 2012; Kundaje et al., 2012).

To’Epyo ENCODE t0vioe emtiong tn onuacia twyv pn kwdikotontikwy RNA. Evtomtiotnkav
XIALAdeC pakpd pn kwdkomolntikd RNA, moAAd amd ta omoia daivetal va €xouv
pubuLloTIKEG Acttoupyieg. Autd ta RNA ekdpdadovtal CUXVA € CUYKEKPLUEVOUC LOTOUG Kal
aiouv poAo otn petaypadlkn pubuLon, Tnv avadlapopdwon TNG XpwiHativng Kat tTnv

eneéepyaocia tou RNA (Djebali et al., 2012).

ErunA€ov, n €peuva ENCODE katedelée 0TI TTOAEC YEVETIKEC TTApaAayEg TTou oxetidovtal
He avBpwrtiiveg acBéveleg Bplokovial o€ PN KWOLKOTIOINTIKEC PUBULOTIKEG TIEPLOXEC KAl
OXL EVTOC YoVIBiwv Ttou KwdlkoTtoloLV Ttpwteiveg. Evowpatwvovtag dedopéva ENCODE
HE HEAETEC CUOXETIONG O OAOKANPO TO Yovidiwpa (GWAS), ol eTiloTUOVEG UTtOpECaAY va
OXOALAOOUV AELTOUPYLKA TIOAAEG TTApaAAayEC TTou oxetidovtal he acBeveleg (Schaub et al.,
2012; Boyle et al., 2012). Autd to elpnua €xel BEATILWOEL CNUAVTIKA TNV KATAvonor pag
yla TO TtwC ol aAAayEG ot yovidlakr pubuilon cupBAAOULY OTNV AvBpwWTILVN LyEia Kal TG

aoBgvelec.

KUpieg avakaAUWEIg

‘Epevva mou de€nxon amno tnv Kowotmpa&ia ENCODE €6¢1ée 6Tl €va peyAAo TOGOOTO TOU
avbpwrTivou yovidlwpatog petaypdadetat oe RNA, tapoAo Ttou povo €va Pikpo KAdopa

AUTWYV TWV Petaypadwy KwdlkoTmolel mpwTteiveg. Autd to elpnua amokdAue OtTL n



peTaypadpnfeival moAU o dtadedopevn amo O,TL TIoTEVAPE TPONYOUHEVWG. Exouv
L XIALAOEC PUBULOTIKEG TIEPLOXEG, CUPTIEPIAQHBAVOUEVWYV TWV UTIOKIVNTWY, TWV
EVIOXUTWY, TWV OlyaoTnpWwV KAl TwV HovwTwy. AuTtd ta otolxeia emnpeddouv To TToTe Katl
ekdpadovtal Ta yovidla Kat cuxva AELTOUPYOUV HE TPOTIO ELBLKO YLa TOV KUTTAPLKO

Tutto (Gerstein et al., 2012; Kundaje et al., 2012).

To Epyo ENCODE tovioe emtiong tn onpacia tng doung tne xpwpativng otn puBULon tTwy
yovidiwv. H opydvwon tng xpwuativng, n omoia dlapopdwvetal amo TIC TPOTIOTIOOELG
TWV LOTOVWYV Kat tnv tpooBactpotnta tou DNA, kaBopidel edv ta puBuLOTIKA oToLXEla Kal
Ta yovidla pmopoulv va aAAnAstudpdacouv. Ol aAAayEg oTnv Kataotaon Tng Xpwuativng
HTIOPOUV VA EVEPYOTIOLACOULV I va KATACTEIAOUV TNV YovIdLlaKN €kdpacn, ETUTPETOVTAC
ota KUTtapa va avrtarnokpivovrat oe avamtuélakd epebiopata kat meplBailoviikda

onuarta.

Mua aAAN onuavtikh avakdAuvyn touv Epyou ENCODE adopd ta pn kwdikotmotntikd RNA.
Ol epeuvnTécg evromioav XIAAdeg Hakpd pn kwdikotolntikd RNA Ttou daivetal va €xouv
puBbuLoTIKEG Acttoupyieg. Autd ta RNA ekdpdadovtal CUXVA € CUYKEKPLUEVOUC LOTOUG Kal
otdadla avAamntuéng Kal yrtopouv va emtnpedoouy tn yetaypadn, tnv avadlapdpdwon tng

xpwpartivne kat tnv emeepyacia tou RNA (Djebali et al., 2012).

ErunA€ov, n €peuva ENCODE katedel€e 0TI TTOAEC YEVETIKEC TTApAAayEC TTou oxetidovtal
He avBpwrtiiveg acBéveleg Bplokovial o€ PN KWOLKOTIOINTIKEC PUBULOTIKEG TIEPLOXEC KAl
OXL evtog yovidiwv Tou KwdlkoTololv mpwrteiveg. Evowpatwvovtag ta dedopéva
ENCODE pe peAéteg cuoxetiong oe oAOkAnpo to yovidiwpa (GWAS), ol emiothHoveg
HTIOPECAV VA OXOALACOUV AELITOUPYIKA TIOAAEG TTapaAAayEC TTou oxetiovTal U aoBEvVeELEG.
AUTO TO elpnNUA €Xel BEATIWOEL ONUAVTIKA TNV KATAvOnon TOU TwC ol aAAayEg otn
yovidlakn puBuLon cupBAAoLV oTov Kivduvo acBévelag (Schaub et al., 2012; Boyle et al.,

2012).

2 uvaopela Tou ‘Epyou ENCODE

H katavonon twv ASIToupylKWY OTOoLXElWwY TOU yovidlwpatog eival armtapaitntn ya tnv

e&€nynon tTou TPOTIoV HE Tov oTtoio pubpidovtal ta yovidia, Tou TpoTou dladopotoinong



TWV KUTTAPWY KAl TOU TPOTIOU avAamtuéng tTwv TOAUTTAOKWY opyavicpwy. To Epyo
ENCODE mapéxel avolxtr mpocoacn oe yovidlwpatika dedopgva uPnAng molotntag,
KaBLoTwvtag 1o TOAUTIHO TIOPO TOOCO yla TNV £€psuva OCO KAl yla tTnv ekmaideuon

senbloom et al., 2010).

Evowpatwvovtag dedopéva ENCODE pe dAMa ocUvoAa YoVIOIWHATIKWY OeSOHUEVWYV
HEYAANC KAlHOKAG, Ol EPEUVNTECG ATIOKTOUV VEEC YVWOELC OXETIKA PE TN HOPLAKN Bdon
oLVBeTWY acbevelwyv OTIWC O KAPKivog, o dlaBATNC Kat ol veupoAoylkeg dlatapaxeg. O
EVIOTILOMOC AEITOUPYIKWY TapaAaywyVv o€ PUOULOTIKEC TIEPLOXEC ETUTPETEL OTOUC
ETUOTAMOVEG va avamtuEouV TILO aKPLRR HOVTEAA YovIdLlaKAC pUBULONG Kal va evtoTioouv

TBavou OTOXO0UG YLId LATPLIKA TtapEPBaon.

Baoikd AeCIAOyIO

Opog Oplopog

Movidiwpa To AN peg cUVOAO Tou YeveTikoU UAIKoU (DNA) oe évav opyavicuo.
lovidlo Mwa aMnAouyxia DNA mou Tepléxel odnyieg yla tnv mapaywyn evog

AELTOUPYLIKOU TIPOLOVTOC, cLUVABWC Klag TPWTEivNG.

Mn Mopta RNA 1Tou dev KWLKOTIOLOUV TIPWTEIVEC AAAA £XOUV PUBULOTIKEG
KwodlKoToNTL | Aettoupyiec.
K6 RNA

Yrnootnpktn | Mwa aAAnAouxia DNA omou Eekivd n petaypadn evog yovidiou.
G

Evioxutnc Mua teploxry DNA tou avédavel tn petaypadr CUYKEKPLHEVWY YOVIDIWV.
Xpwpativn To ocUpmAseypa DNA kal mpwTtelivwy Ttou oxnUatidel ta xpwuoowuata
oToV Ttupnva.

Metaypadn H dladikacia avtiypadng evog tpnuatoc DNA oe RNA.

Emyevetikn H peAétn twv aMaywv otnv  yovidlakn &kdpacn Tou Oev
epAapBavouyv aAdayeg otnv aAAnAouxia tou DNA.




GWAS MeAETn CUOXETIONG 0 OAOKANPO TO YoVISIWHA: EVIOTILEL YEVETIKEG
TIAPAAAAYECG TTOU CUVOEOVTAL HE XAPAKTNPLOTIKA I acOEvelec.

AladpaoTikny ecdoknon Aegihoyiou (ApaoTtnpiotnta Gimkit)

Twpa Tou pabate T BACIKEG EVVOLEC TTOU oxeTidovTal e TO avOpwTIVo yovidiwpa Kal To

‘Epyo ENCODE, np6e n wpa va eAEYEETE TRV KATAVONGCK GAG HE dLAdPACTIKO TPOTO.
Odnyieg yia pabnteg

1. Mdpte padi cag to tnAédwvo, To tablet f Tov utoAoylotr ocag.
Avoiéte Tov cUvdeOO0 IOV oac €dwoe 0 DACKAAOG oag yla to Ttatxvidl Gimkit.
Elcaydyete Tov KwAIKO TtatxvidloU Kal To Pikpo oag ovopua.

AlaBAoTE IPOOEKTIKA KABE epWTNON Kal ETUAEETE TN CWOTH amdvinon.

a k0D

XpnolgoTmolnote ta oxXOAla YUeTA amod KAabe epwtnon yla va pdbete amod ta Adén
oag.
6. lMpoomabnote va BeAtiwoete tn BabuoAoyia cag epappolovrag to AeEAOYLO Kal

TIC €VVOlEC ATTO AUTAV TNV EVOTNTA.

2. ExktéAeon: XapaktnpioTiKa pappoyns AR Kail eKTTAIOEUTIKN
acia (Assemblr EDU)

2€ autnVv tnv pabnotlakn evotnta, Assemblr EDU Xpnolpotoleitat wg n kupla mAatdoppua
enavénuévng TMPAYHATIKOTNTAG yla TNV UTtooTnPLEN tTng £€epelivnong AELTOUPYLKWY
otolxeiwv tou avBpwrtvou yovidiwpatoc. To Assemblr EDU emitpénel otoug padntégva
AAANAETUD POUV HE TIOAUETITIEDO TPLODLACTATO TIEPLEXOUEVO E DOPNKEVO KAl dLalcONTIKO
TPOTIO, KABLloTWVTAC TO Wlaitepa KATAAANAO yla TNV OTITIKOTIOINGN CUVOETWYV BLOAOYIKWYV
ouoTNUATWY OTMwg n opydavwon tou DNA, n yovidiakr puBuion kat n dopn INng

Xpwpartivng.

MoAuveTtinedn ATEIKOVLION YOVIOLW HATIKWY otolxeiwv

To Assemblr EDU emutpémnel tn dnuioupyia oknvwy AR Ttou anoteAouvtal amo TTOAAATIAL



pativng. Auth n moAueTtinedn tpoogyylon Bonbd Toug HabnTEG va KATavornoouV TTwG
'OLVUTTAPXOULV KAl AAANAETILOPO UV SLadOoPETIKA AELTOUPYLKA OTolXEla €A 0TO yovidiwpa,

avti va ta BAETIOUV WG HEHOVWHEVA CUCTATIKA.

AladpaoTikni e€epelvnon Kal EAeyX0Q Xpnotn
Ol padntég aMnAemidpouv evepyd pe avtikeipeva AR matwvtag, meplotpedoviag Kat
ETAEYyOVTAC oTolxela pé€oa oto meplBdarrov Assemblr. Ta dwadpactikd hotspots
TIAPEXOUV CUVOTITIKEG EENYNOELG, KABODNYNTIKEG EPWTNOELG KAl UTtooTAPLEN Aehoyiou.
AuTN N TPAKTIKN aAMnAemtidpacn evBappuvel TNV evepyn PABNON Kal ETUTPETIEL OTOUC
HABNTEC va EEPELVOUV YOVIOLWHATIKEG OOUEC UE TOV DIKO Toug pubuod, evioxvovtag TNV

Katavonon HEow APECOU XELPLOHOU.

Omtikotmoinon HNXQVIOHWYV puBulong yovidiwyv
To Assemblr EDU vumootnpidel tnv omrtikomoinon Ttwv pubulotikwy OJlepyactwy
ETUTPETIOVTIAG OTOUC HABNTEC va €VEPYOTIOOUV 1 va ATIEVEPYOTIOIOUV CUYKEKPLUEVA
yovidlwpatikd otolxeia evtog tng oknvne AR. MNna mapdadetyua, ol pabntég umopouv va
TAPATNPACOULY TIWC N Tapouacia r n amoucia &VIOXUTWYV 1 PUBOULICTIKWY TIEPLOXWYV
emnpeddlel tnv yovidlakn €kdpacn. Autn n SladpacTik avanapdotacn utootnpilel tTnv
EVVOLOAOYIK Katavonon 1n¢ pPUuUOPIOTIKAC AOVIKAC KAl TwV OXECEWV aAltiag-

ATTOTEAECUATOC OTH YOVIOLWHATIKHA.

ZUYKPLTIKNA Ka ouudpalopevn paenon
MEow TIPOOEKTIKA OXEOLAOUEVWY OKNVWV EMAUENUEVNC Ttpaydatikotntag (AR), ot
HABNTEC pTTOPOUV va CUYKPIVOUV TN yovidlakr puBulon o dladOopPETIKA KUTTAPLIKA
meplBarovta. Mg tnv evaAiayr HETAEY OTTIKWY OTPWOEWV N oevapiwy, ol Habntég
mapatneolVv Twe n doPn NG Xpwpdativng kat n dpactnplotnTta TwV PUBUICTIKWY
otolxeiwyv dladEPouV HETAEY TWV KUTTAPLKWY TUTIWV. AUTH n Aettoupyia utootnpilel tnv
Katavonaon tng Yovidlakng EKdpacnc avd KUTTAPLKO TUTIO Kal TG duvaplkng ¢vong tng

YOVISLWHATIKAC pUBULONC.



Evowpatwyevn OKOAWOod Ka SlapopPwIIKA a&loAoynon
blr EDU emutpémel TNV evowpdatwon OOAKTIKOU KEWPEVOU, KABodNyNTIKWY
TIPOTPOTIWY KAl CUVTIOPWYV EPWTINCEWY avaotoxaocpou ameubeiag otnv gumelpia AR.
AUTA Ta EVowPAatwEVa UTtooTnpiypata uttootnpidouy TNy Katavonon Kat fondouv Toug
‘pHabnteg va mapakoAouBbolv tn dKA toug padnon. Ol epyacieg AR Asttoupyolv wg
OLAPOPPWTLKEG AELOAOYACELG, ETUTPETOVTAG OTOUC EKTTALOEVTIKOUC VA TtapatnpouV tnv

OAANAETIIOpacn Twv padntwyv Kal va evromidouv TOMEIC TToU amattolv TEPALTEPW

dleukpivion.

EuvBuypappion pe TouC padnolakoug oToOXO0UC
Xpnogomolwvtag pla eviaia mAatdoppa AR o 6An tn povada, ol Hadnteg avantuooouy
e€olkeiwon pe tn dlemadn Kal ETIKEVTIPWVOVTAL OTO ETLOTNHOVIKO TIEPLEXOUEVO Kal OXL
oTnV TEXVIKNA TtoAUTIAOKOTNTA. To Assemblr EDU uttootnpidel Toug pabnolakoug oTtoXouc
NG povadag cuvdudlovtag TNV EMIOTNHOVIKN akpiBela, tnv Yndlakn kavotnta Kat In
pAabnon Baolopévn otnv €peuva, dlachaiidovrag 6t n AR xpnolheVEL WC £V OUCLACTIKO

EKTIALOEVTIKO £pYaAEio Kal OXL W Eva OTITIKO TtpOcOEeTO.

3. BeAtiwon:

H Emtavénpuévn Mpaypatikotnta (EM) xpnolpevel we €va Loxupo epyaieio BeAtiwoncg yia
TNV eKPdbnon oluvBeTWY BLOAOYIKWY CUCTNHATWY OTIWCG To avBpwTtivo yovidiwpa. H
yovidlwpatiky mepldapBdvel dladlkaoieg Tou eival apnpnuUEVER, HMIKPOOKOTILKEG KAl
OUVAULKEG, KaBLoTWVTAG TIG OUOKOAO va KatavonBouv HEoW TTapAad0CLAKWY KELHEVIKWY N
dlodldotatwy OTTIKWY Topwyv. Evowpatwvovtag tnv EM oe auvtiv tnv pabnolakn
evotnta, autoi ol adpartol pynxaviopol yivovtal opatoi, dladpacTikoi Kal evvoloAoyikd

TIPOCRACLIHUOL yla TOUC HaBnTEC.

210 mAaiclo authg Tng evotntag yia to Epyo ENCODE, 1o Assemblr EDU diadpapartilet
KEVIPIKO POAO OTNV €VIoXLUON TNC €VVOLOAOYLKNG KATAVONONG KAl TNG EUTIAOKAC TWV
pabntwyv. To Assemblr divel tn duvatotnta oToug HaABNTEC va eEEPELVOOULV
TPLOOLACTATEG AVATIAPACTACELC YOVIOLWHATIKWY OOHWY, PUBULOTIKWY OTolXElwV Kal
0pPYAVWONC XpwHativng oe €va XwPLKO Kal dladpaoTiko TtEPIBAAAOV. AUTH N TTPOCEYYLON

uTtootnpidel tnv Babutepn KAtavonaon, EMITPETOVIAC OTOUC HABNTEG va Ttapatnprjoouvyv



Megw tNE Aueong aMnAemidpacng pe meplexopevo AR, ol paBnteg evioxUouv TIG

OEELOTNTEG XWPLKNG CUANOYLOTIKAG KAl CUCTNHIKAG OKEWPNG TOUG. XELPLLOPEVOL ELKOVIKA
YOVISLWHATIKA oTolXela, ol HabnTég amoKTouV €lKOvVA yla To Ttwg opyavwvetal to DNA
HECQ OTOV TTUPNVA, TIWCG N dOUN TNE XpwHaAtivng emnEeAlel TNV TPOCRACIHOTNTA KAl TIWGE
Ol PUBULOTIKEG TEPLOXECG EAEYXOUV TNV YOVIOLAKN €Kdppach. AUTEC ol aAnAeTIIOPACELC
evlappULVOULV TOUG HABNTEG VA TTPOXW PN COUV TTEPA ATIO TNV ATIOUVNHOVEUCN KAL TIPOC Yla

OUOCLAOTIKNA EVVOLOAOYLKNA KATavonon.

Mwc 10 Assemblr EDU BeATiwovel Tn udbnon

1. BeAttwpévn Omtikonoinon Apnpnpévwy Novidwwpatikwy Evvolwy

To Assemblr EDU emutpémnel otoug padntég va meplotpedouy, va Kavouv Joup Kal va
e€epeuvoulyv Tplodlactata povieAa DNA, wwv xpwuativng, pubULoTIKWY TIEPLOXWYV Kal
dopwyV Tou oxetidovtal pe tn petaypaodr. Auth n omrtlkn MpocoBacn eival Wlaitepa
TIOAUTLHN YA TNV KATAvONOoN XWPLKWYV HNXAVIOCHWY OTIWE Ol AAANAETILOPACELG EVIOXUTA-
UTTOKLVNTA Kal N emavaAnyn xpwpativng, ol omoiol ocuxvd eivat dUOKOAO va yivouv

Katavontoi Hovo HECW OTATIKWY dlaypapATWY.

Ta xpwpatikd Kwdlkomolnpéva emineda Kal ol dopnueéveg datdéelg Bonboulv toug
Habntégc va Odlakpivouv METAEL JladOPETIKWY YOVIOIWHATIKWY OTOoLXEIWV Kat va
avayvwpidouv AsITOUPYIKEC OXEoELC. MNa TTapAdelyua, ol PUBULOTIKEG TIEPLOXEC UTTOPOUV
va dlaxwpPLOTOUV OTITIKA Ao TIC KWOLKOTIONTIKEG AAANAoUXIEG, evioxuovTag TnV WBEa OTL

TO Un Kwdlkotolntikd DNA Ttailel evepyo KAl ouclacTiKO POAO oTn YovidLlakr puluLon.

2. Evepyntikni kat Buwpatikin Maénon

Avti va AapBdvouv adntikd Anpodopieg, ol Habntég acxoAouvtal evepyd Pe oevdpla
Tou Bacidovtal otnv entavénuévn paypatikotnta (AR). 2to Assemblr EDU, ol paBntég
aAANAeTid pouv pe hotspots, TtoAueTmtineda povieAd Kal KaBodnyoUpeveg UTIODEIEELG TTOU

artattovv AN anoddcewyv kat eppnveia. MNa mapdadelypa, ol pabntég pmopoulv va



OLEPELVACOLV TIWCE N EVEPYOTIOINCN N N ATIEVEPYOTIOINON €VOC PUBULOTIKOU OTOLXEIOU

L TNV YovIdlaKn ékppacn oto TePLBAMOV NG emauénuevng TPAyHATIKOTNTAC

AUTH N Biwpatikn Tpoogyylon mpowbei tn padnon mou Bacidetat otnv Epguva Kal
gvBappuvel Toug pabnteg va doKIHAlouy UTIOBETELG, va TTapaTnPOUV ATTOTEAECHATA KAl
va avaloyidovtal TI¢ ox€oelg attiag-anoteAéopatoq. H aAMnAemtidpaon oe mpaypatiko
Xpovo PBonbda otnv evioxuon tNC PABNONC Kal utootnpidel TN HAKpompoBeoun

ATTOPVNHOVEUGH CUVOETWYV EVVOLWV.

3. Auadpopomonpévn Awdackalia kat MpooBacipotnta

To Assemblr EDU uttootnpilel tolkiAeg pabnolakeg avAaykeg tpoodEpovtag TTOAAATIAG
onueia elocodou oto eplexopevo. Ol omtikol pabntég emwddeAovivtal amod tplodlactata
HOVTEAQ, EVW Ol HaBNTEC o Xpeladovtal Tpoohetn uttootnpLEn PropoLv va Baacidovtat
o€ EVOWMATWHEVEC eEnyNOELg Kal dopnpEveg uTtodeifelc. H mAatdoppa ETUTPETEL OTOUC
EKTTALOEVTIKOUC va Tpooappodouv TO emimedo INg Tmapexopevng kabodrynongc,

KABLoTWVTAG TNV KATAAANAN V1A TAEELC HEIKTWYV IKAVOTATWV.

Ol paBbntég umopouV va TtPoXWPNOooULV OTIC dpactnplotnteg AR e Tov OLKO Toug puBuO,
enaveéetdlovtag otolxeia omweg amatteitat. Avt n  eveAi§ia umootnpidel 1N
OUUTIEPIANTITIKY, HABNTOKEVIPIKA pABnon kat Bonbd otn pelwon tNC YVWOTIKACG

UTEEPPOPTWONCE KATA TNV Epyacia Pe amaltnTIKO ETULOTNHOVIKO UAIKO.
4. Avénuévn Aécpeuon kat Aratinpnon Nnvwoewyv

H dladpaoTtikn Katl kabnAwTtikn ¢von tng emavénuevng mpaypatikotntacg (AR) av&davel to
K{vNTpO KAL TNV TIPOCOoXN TWV HadnTwy. Me TNV eUTIAOKNA TTOAAATIAWY YVWOTIKWYV KAVAALWY
—OTITIKWYV, XWPLKWYV Kal Kivatodntikwv— 1o Assemblr EDU umtootnpidel tnv egpabuvon

oTn HABnon Kal tn BEATIWHEVN ATTIOPVNHOVELGH YOVIOLWHATIKWY EVVOLWV.

‘Otav ol padntecg xelpidovral evepyd tTa yovidlwpatika ototxeia avti amAwg va dtapalouv
yl' autd, eival o mbavo va Bupouvtal Baclkeg WOEEC OTTWCE N yovidlakn pubuion, n

TPOORACIHOTNTA TNC XPWHATIVNG Kal N AEITOUPYIKH OoNUacia Tou Hn KwJOLKOTIONTIKOU



DNA. Autn/n evaoxoAnon esivat wdlaitepa mOAUTIHN yd TOUG HaBnTEG Ttou pTmopel va

Bplokouw tn poplakn BloAoyia adnpnuUeEvn 1 TPOUAKTLKN.
5. Mpaypatiko mAaiclo Kat EMoTNHOVIKA cuvadela

To Assemblr EDU Bivel N duvatoTNTA OTOUG HABNTEC VA CUVOEOUV YOVISLWHATIKEG
Evvoleg e eDaPHUOYEC TOU TTPAYHATIKOU KOopou. Ot oknveg AR pumtopouv va oxedlactouv
wote va meplAapBdavouv Tapallayeg Tou oxetidovtal Pe aoBEveleg, PUOULOTIKEC
HETAAAAEELC 1 TIPOTUTIA YOVIOLAKNAG €Kkdpaong €OIKA yla TOV KUTTaplkd TUTOo,
eumveuopéva amno dedopéva ENCODE. Auto BonBd toug padntég va Katavornoouy Twe N
YOVIOLWHATIKH €peuva CUPBAAEL OTNV EEATOULKEVHEVN LATPLKN, TNV TIPOANYN acBevelwy

Kal TNV BlotexvoAoyLKkr Kawvotopia.

2uvdéovtag Tn pabnon otnv Tdén Ye AUBEVTIKA ETILOTNHOVIKA EpwWInata, N Emavénuévn
Mpaypatikétnta (AR) umootnpidel ToV EMOTNHOVIKO YPAUPATIOHO Kal Bonbd toug

HaBNTEC va avayvwpioouy Tn onuacia tng yovidlwHATIKAG 0Tn oUyXpovn Kowvwvia.

MpakTik) EVvowudTtwon eviog tng Mabnoiakrnc Movadag

2e autiv tnv evotnta, to Assemblr EDU xpnowsotoleitat Oxt wW¢ HEHOVWHEVN
dpaocTNPLOTNTA AAAA WCE €va OAOKANPWHEVO HaBnotlako eptBaiiov. Ot pabntég apxika
0lKOOOHOUV BACIKEG YVWOELG HEOW AVAYVWONC KAl AsEIAOYIKAG Epyaciag KAl oTn cuvexela
ebappodouv Kal gyfabivouv TNV Katavonon toug HEow eEepelvnong EMAUVENUEVNC
mpaypatikotntag (AR) kat dladpacTtikwy TtpokAncewyv. Ol epyaciec avactoxaopou Tou
gvowpatwvovtal o€ f HETA amo OpactnplotnIeq emauénuévng TPAyHATIKOTNTAC
evBapplvouV Toug PHABNTEC va JLATUTIWOOULY TN PABNGoH Toug Kal va GUVOEOOULV TIC

OTITIKEG EUTIELPIEG PE ETILOTNHOVIKEC EENYNOELG.

Mé&ow autng TNg dopnpévng evowpdatwong, n Emavénuévn Mpaypatikotnta (AR) yivetat
éva epyaleio yla tnv evioxuon tng Katavonong, tTnv UTIOOTHPLEN TNG €peuvag Kal Thv
evioxuon tng meptEpyelag. To Assemblr EDU petatpémel tnv apnpnuéEvn YOVISLWHATIKNA
yvwon o€ pla dladpacTikn pabnotlakn epmelpia, Bonbwvtag toug padntegva avamtuéouvy

TG00 ETOTNUOVLIKA IKAvOTNTA 000 Kal PndLakeg deELOTNTEC.



2UUTTEPOOA:

To avBpwrivo yovidiwpa eival eva ealpeTKA TIOAUTIAOKO Kal OUVAMIKO cUCTNHUA TIoU
VETAL TIOAU TTIEPA aTo TIG aAnAouxieg KwdIKoToinoNg MPWTEIVWY TTOU TIapadocLaKd
ouvdeovtal e ta yovidla. Ta euprpata tou Epyou ENCODE €xouv petapopdwoet plldika
TNV Katavonon pag ylia tn Asttoupyia tou yovidlwpatog, amodelkvuovtag OTL To [N
KwodlkoTtolnTiko DNA, Ta puBULOTIKA OTolXEla KAl N opyAvwaon TNG Xpwpativng maidouvv
0UCLAOTIKO POAO oTov €Aeyxo TG yovidlakng ekdpaong (ENCODE Project Consortium,
2007; Djebali et al.,, 2012). Autéc ol avakaAuyelg €xouv Oeiéel OTL n BloAoyIKN
TTOAUTTIAOKOTNTA TIPOKUTITEL OXL HOVO arod Ta idla ta yovidla aAAd kal amo ta eEeAlypeva

PLOULOTIKA diKTLA IOV JLETIOLY TO TIOTE, TTOU KAl TIWG EVEPYOTIOlOUVTAL TA Yovidla.

AUt n pabnolakn evotnTa €lonyaye Toug ¢GOLTNTEC OTIC APXEC TNG AELTOUPYLIKAC
YOVISLWHATIKAC cLVOULAZOVTAG TNV ETILOTNHOVIKA YVwWwon e Kawvotopa Pndlakd epyaieia.
Méow tng e€epevivnong tng epeuvag ENCODE, ol poltntég e€€taocay g oL PUOBUILOTIKEG
TIEPLOXEC, TA KN KwdkottotnTtikd RNA Kkat n doun tng Xpwuativng aAAnAettidpoulyv yia va
BeATlwoouv tn yovidlakn dpaoctnplotntd. AOUAEUOVTAG HE AUBEVTIKEC ETILOTNHOVIKEG
€vvoleg Kal OedopEVA, Ol GOLTNTEC ATIEKTNOAV YVWOELG OXETIKA HE TOV TPOTIO dle€aywync
NG oUYXPOVNG YOVISIWHATIKAG EPELVAC KAL YIATI TA PEYAANC KAIHAKAG OLUVEPYATIKA £pya

elval amapaitnta yia tnv mpowOnon tng BLOAOYIKAG yvwong.

H evowpdtwon tovuEravénuévn Mpayuatikotnta (AR), cuykekpluéva peécwAssemblr
EDU, £xel dladpapatioel KEVIPLKO POAO OTNV EVIOXUON TNC EUTTAOKNC KAl TNE KAtavonong
Twv pgadntwv. H AR petétpee TIC apnpnUEVEG KAl HIKPOOKOTIKEC YOVIOLWHATIKEG
dlepyacieg o OladPACTIKEGC Kal OTTIKA TpooPdaciyeg eumelpieg. Xelpllopevol
TplodldoTata HOVTEAA KAl eEEPEULVWVTAC TIOAUETUTIEDEC YOVISLWHATIKEG OOPEC, Ol
pabntég pmoépecav va olkodoprnoouv BabButepn &VvVOLOAOYIKN Katavonon Kal va
EVIOXUOOUV TIC OEELOTNTEC XWPLKAG KAl CUCTNHLKNAG OKEWNC Toug. AUTA N TPOCEYYLON
uTtootnpidel tn pabnon mou Bacidetal otnv €psuva Kal evBappuvel Toug Habntég va
TIPOXWPNOOULUV TIEPA ATO TNV ATIOPVNHOVEUCN TPOC TNV OUCLACTIKA €pHNveiad Twv

ETUOTNHOVIKWY GALVOUEVWV.



EKTOG amo TNV avamtuén yvwoewV €IB0IKWY yla To B€pa, auth n evotnta UTTOoTHPLEE TNV

AmoKTNGaN eykapolwy deflotntwy. Ol padnteg BeAtiwoav tnv Yndlakrn toug tkavotnta
HEOW' TNEG XpNong texvoloywwyv emauvénuévng mpaypatikotnrag (AR), evioxuoav Tig
LOTNTEC CUVEPYAOIAC KAl ETUKOWVWVIAG KATA TN JLApKELd OpadIKWwY dpacTtnpLOTHTWV
JKat g€aoknBnkav otnVv KPELTKA OKEYN avaAvovtag PUBULOTIKOUC HNXAVIOHOUC Kalt
mapaAAayeg Tou oxetidovtat pe acBeéveleg. Ta malvidomolnpéva otolxeia Kat ot
OlapopdWTIKEG AELOAOYAOCELC LUTIOOTHPLEAV TIEPALTEPW TO KivNTPO KAl TNV EVEPYO

OUHMETOXNA O€ OAN TN padnolakn diadikaoia.

2UVOALKQA, AUTH N HaBnolakn evoTNTA KATAdELKVUEL TTWE N OTOXACTLKN EVOWUATWON TNG
ETUOTNUOVIKAG €peuvag kat tng Yndlakng kawotopiag pmopei va dnuloupynoet
OUUTIEPIANTITIKEC, €VOLADEPOUCEC KAl TIPOCAVATOAICHEVEG OTO HEANOV EKTIALOEUTIKEC
eumelpiec. Zuvdeovtag Tn yovidlwpatikh Bewpia pe dladpaoTik TTPAKTIKH Ttou Bacidetal
otnv emavénuévn paydatikotnta (AR), ol paBntég eival KAAUTEPA TTPOETOLUACHEVOL Va
KAtavornoouv thn onpacia tng yoviSlwHATIKAG oTnNV latpikn, tTn Blotexvoloyia kat tnv
Kowvwvia. H evotnta evlappuvel TNV ETILIOTNHOVLIKH TIEPLEPYELQ, TNV UTIEVOBULVN XPHON TWV
PUndlakwy TEXVOAOYIWV KAl TNV EKTPNON TNC TOAUTIAOKOTNTAC TOU aAvBpPWTIVOU
YOVIOLWHATOG - BAGIKEC IKAVOTNTEG YLIA TOUC HABNTEC TTOL TTAONYyoUVTAL O€ EvaVv KOGHO TToU

Baoidetal oAogva Kal TTEPLOCOTEPO OTNV ETILOTAHN.
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®ddon

Nepypadn

E§epeuvw

-Epeuva kat avakaAupn:Ou pabntég etepeuvolv to Mpoypappa Tou
AvBpwrivou MoviSlwpatog Kat TNV poéAeuon tou Mpoypappatog ENCODE
XPNOLOTIOLWVTAG TIPOCAPLOCHEVDL ETILOTNUOVLKA Kelpeva Kol
Spaotnplotnteg kabodnyolevng avayvwong.

-Avamtuén meplexopévou:Elcaywyr] o€ PAOLKEG YOVISLWUOTIKEG EVVOLEC,
oupunephappPavopévng t¢ OSopng tou DNA, Twv yovibiwv, Twv
KWOLKOTIOLNTIKWY KL PN KWSOLKOTIONTIKWY TEPLOXWY, TWV PUBULOTIKWY
OTOLXELWVY, TNG XPWHOTIVNG KOL TNEG AEITOUPYLKAG YOVISLWHOTIKAC. MiVaKeg
Ae€lloylou kol omrtikd PonbrApata umootnpllouv TNV  €VVOLOAOYIKN
Kotovonaon.

-Evvololoyikry okaAwotd:OL SUoKOALEG TwV poBNTWV OTNV KATavonon Tng
TOAUTIAOKNG yoviSlakng puBULoNG evtomilovtal Yéow Ttou oulAtnon Kal
StapopdwTtikol EAeyyol. Aladpaotikd epyaleia, cupnepAapBavouévng ULag
Spaotnplotntag As€iloyiov Gimkit,xpnolpomnolouvtal yla Ty gvioxuon tg
Baolkng opoloylag kal TNV posTolpacia Twv padntwv yio e€epelivnon Ue
Baon TNV emauénpUévn MPOYLOTIKOTATA.

EkteAw

- Edappoyn Tou mpoypdpupatog omoudwv: Ta Boaoika pabnuata mopexovrat
MECW OLOOPAOCTIKWY TOPOUCLACEWY, ETLOTNHUOVIKWY  KELUEVWV KOl
kaBodnyolpuevwy culntnoswv. To Assemblr EDU slwodyetal w¢ n kuplo
mAatdopua AR yla tnv umoothpLEn NG KATavonong Tng opyavwong tng
Xpwpativng, ¢  yovidlakng puBUONG KAl  TWV  PUBULOTIKWY
oAANAemISpAcewv.

- AlodpaoTikég aoknoelg AR: OL paBbntég oAokAnpwvouv Spaotnplotnteg AR
nou Paocilovtat oe Assemblr, cuuneplappavopévng tng e€epelivnong
TOAVETIMESWY  YOVISLWHOTIKWY XOpTWY, TNG aVAyVWELONG PUBOULOTIKWV
OTOLXEIWV KAl TNG OMTIKOMOINoNG HNXOVIOUMWY YoVISLOKAG Ekdpacng
gunveuopévwy amo dedopéva ENCODE.

- Avatpododotnon kal avootoxoopog: Ou ekmaldeutikol OUAAEyouv
oavaotoxaopoug padntwv, avatpododotnon amd cuvopnAlkoug Kot
anoteAéopata ano SlapopdwTlkeG aglohoynoelg (cupnepllaupavouévwy
gepyaocwwv AR kat Pndlakwv kouil) yia tnv mopakoAoubnon tng Labnolakng
PooOdou Kal TNV mpooapuoyn Tng StéaokaAiog.

Entav§avw

- Evowpatwon AR: To Assemblr EDU xpnotpomnoleital yla tn povtehomnoinon
OUVOETWVY YOVISLWHUATIKWY SOUWV Kal pUBULOTIKWY CUCTNUATWY. OL HaBntég
oAANAeMIOpOUV e OMTIKEG ETUKOAUELG TTOU Selyvouv POTUTIA YOVISLOKNG
£€kppaong, opyavwon xpwuativng kat aAANAETLE pACELG EVIOXUTH-UTTOKLVNTH.

- Mabnon pe yvwpova tnv €psuva: Ol paBnTéC CUUUETEXOUV OE SOUNUEVES
Spaotnplotnteg eMaUENUEVNG TPAYLATIKOTNTOC (AR),
oupunep\appPavouévng NG efepelvnong He Pdaon Tta  hotspots,
K0BodNyoUUEVWY TIPOCOUOLWOEWY Kal BApa mpo¢ PAUA  OVAAUTIKWY
odnylwwv emavénuévng mpoaypotikotntag (AR) oXeTiKA HE TG SLadLKaoieg
pLuBULONG TOU YoVISLWUATOC,.




- Jtolxela malyvibomoinong: Ot pabntég kepdilouv movroug N Yndloka
onuata yla tnv oAokAnpwon epyaciwyv AR, Tnv akplpn xprnon enotnuovikou
Ae€lhoylou Kol TNV EMLTUXH AVOYyVWPELOT YOVISLWHATIKWY OTOLXELWV.

- AmooToAEg Kol €EEALEN: OL TPOALPETIKEG «OVISLWUATIKEG ATIOGTOAECY
ETUTPEMOUV OTOUG MaONTEG va AUVOUV OAOEVA KOL TILO OUVOETEC MPOKANOELS
nou Baoilovtal oto ENCODE oto Assemblr, EekAeldbwvovtag vEeg oknveg AR
/ N enineda neplexopévou KaBwE EMSEIKVUETAL N APLOTN YVwon.

' - Juvepyatlkég epyacieg AR: Ou pabntég epyalovtal o ouddeg yla va
KOTOOKEUAOOUV AELTOUPYLKA yovidlakd Olktua, HOVIEAQ XpwuoTivng N
QUITAOTIOLNUEVEG TIPOCOUOLWOELG UeTAYpadG eVTOg Tou meplBaliovtog AR,
gvioxvovtag TNV aAANAoSISakTIky HAaBnon Kat Tig Se€LOTNTEG EMIKOLWVWVIAC.
-Aflohoynon PBaoclopévn oe AR: OL paBntég oAokAnpwvouv SOPNUEVES
aflodoynoslg mou  ouvdéovtal aueca pe  Spoaotnplotnteg AR,
OUUMEPNAUPAVOUEVWY EPYACLWV ETLONUAVONG, OVOYVWPLONG PUBULOTIKNAG
TEPLOXNG Kot TIPoBAEPewV attiag-amoteAEoUATOG HE BACH YOVISLWLOTLKES
aAayéc. H afloddynon kaBodnyeital and poupnpPIiKeC IOV EMIKEVIPWVOVTAL
OTNV EVVOLOAOYIKI KaTavonon, TNV akpifela kat tn owaotn xpron BLoAoylkol
Ae€hoyiou.
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