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EuxapioTieg

H 1Tapouoa gpyacia rpayuarotroidnke oto 1dpuua larpoBioAoyikwy Epguviov
NG Akadnuiag ABnvwv (IIBEAA) kdtw ammd tnv ouvexn emifAewn Tou Ap.
lwavvn MixaAdtroulou, Xwpig 10 dpaua Kal TNV TTPOCTIABEIO TOU OTTOIOU N
epyaoia dev Ba ptropouce TToTE va oAokAnpwoei. Euxapiotw To Elixir-GR (MIS:
5002780) yia TNV TTPOCYOPA TNG METATITUXIOKNG UTTOTPO®IAC yia Trn dnuioupyia
TwWV epyoAciwv. Oa nBeha va euxaploTHow Bepud TNV AvatmmAnpwrpia
KaBnyntpia ka B. Oikovopidou wg emBAETTOUCO KOBNYATPIO TNG TITUXIOKAG
epyaciag, n omoia €dwoe TNV AdEId yia TV ouvepyaoia pe Tov Ap.
MixaAdtrouho. EmimTAéov Ba ABeAa va suxapioThiow Tov KaBnynth K. MNMavTeAn
Mrtrdayko kai Tov Etrikoupo KaBnyntr k. BaciAeio KouBéAn TTou pou ékavav tnv
TIUA va gival Ta AAAa dUO PEAN TNG TPIMEAOUG ETTITPOTING £€£TACNG TNG TITUXIAKAG
epyaociag. MNa 10 epyaleio ACT, suxapiotw 101aiTepa TNV Ap. Mewpyia Zagdun
yla 6Ao 10 £pyo TG Tavw oto ACT, Tov Ap. ATrtéoToAo MaAaTpd, yia 6An Tou
TNV CUVEICQOPA OTNV XPrON Kal avdatrTugn aAyopibuwy TTou XpnaolyoTroinénkav
kKabwg kai Tov Kabnynth k. MNMoAudeukn XarlotrouAo kal Ap. MNepdoipo Adppa
yia TIG doKIYEG Toug oTo ACT Kal Tnv ouyypaon I0TopIiwy £TTITUXiag. ETriong, 6a
NBeAa va euxapioTriow TNV UTTOAOITTN ouyypa@ik opdda Tou ACT (KaBnynTtrig
D.R. Westhead, KaBnynm¢ W.J. Duddy, Dr. J.H. Jen «kai Aviwvia
AyyeAoTToUAoU) yia TIC OUMBOUAEG Toug OTn BeATiwon Tou gpyaAciou. MNa 1o
epyaieio HGCAZ2, Ba riBsAa va euxapioThiow Tov XprioTto BaolAgiou, yia 6An Tou
TNV £pguva TTavw o1o GTEX kal Tov KwvoTavTivo Kupiakidn yia Tnv eTTIAOYA Kal
eKTEAEON TOU OAyopiBuou emmeéepyaciag Twv Oedopévwy. MNa 1o gpyaAcio
HGCA1.5 8a ABeAa va guxapiotTiow TaAI Tov Ap. MaAaTtpd yia Tnv AQyn Kai

KAVOVIKOTTOINON TWV OEIYHATWV.

Euxapiotw armmd kapdidg OAoUG TouG OuvePYATEG TOU epyaaTtnpiou oTo [IBEAA,
Kabwg kai Tov gpeuvnT Ap. Mapio AyyeAdtrouAo Tou IIBEAA yia Tnv oTAPIEN
Kal TIG ETTIOTNMOVIKEG TOUG OUMPBOUAEG. TEAOG euxaploTw OAOUG TOUG QiAOUG Kal
OUPQOITNTEG TTOU JE OTHPICaV o€ OAN TNV SIAPKEIA EKTTOVNONG TNG TITUXIOKAG KAl
QUOIKA TOUG YOVEIC JOU Ol OTToiol TTIOTEWAV O€ €PEVA KOl OUVEXICOUV va JE

uttooTnpifouv o€ KABE Briua.



MepiAnyn

lNovidia pe TTapopola TTPOTUTTIA EKPPACNG TEIVOUV VO CUUMETEXOUV O€
OXETIKEG BloAoyIKES Diepyaaieg. O TTI0 ATTOTEAEOHUATIKOG TPOTTOG Yia TNV PEAETN
TNG YOVIOIOKNG OUVEKPPaoNG Pacifetal oTnV avAAuon PETAYPAPWHIKWY
OeQONEVWV TOU OUVOAOU TWV TTIO QVTITIPOCWTTEUTIKWY OEIYUATWY atTd KABE 1016
] €id0g KUTTAPOU. H ouvékPpaan yovidiwV TTOU ATTOKAAUTITETAI ATTO Wid TTOIKIAIC
TEIPAPATWY  PETAYPOPWHMIKAG, Tou uTttdpyxouv dlaBéoiya  oe  dnudoia
KATOBETAPIO, UTTOPEI VA TTEPIEXEI TTANPOYOPIEG TTOU UTTEPPAiIVOUV TOV APXIKO
OKOTTO TOU KABE TTEIPAPOTOG KAl AUTO MTTOPEI va aTToTEAECEl £va TTOAUTIUO
epyaAeio TTPOBAEWNS yia Tn Acitoupyia yovidiwv Kal Tn OUMMETOXN TOUG O€
BioAoyik@ povoTtrdmia.  Anuioupynénkav 3  epyaAeia  ouvékppaong: TO
Arabidopsis Coexpression Tool (ACT) tmou peAeTAEl TN YOVIBIAKK) CUVEKPPAOT
oTO TTPOTUTTO YUTO Arabidopsis thaliana kai gival Baciopévo o€ 3500 deiyuata
MIKpoouoToIXIwV atmd 3 OIaPOPETIKEG Paoelg dedopévwy, To Human Gene
Coexpression Analysis (HGCA) 1.5 1Tou peAeTdel TN yOVIOIAKK) OUVEKQPOCH OTOV
avBpwTTo Kal gival Baciopévo og 1959 deiyuata pikpoouaTolxiwy atmo Tnv GEO
kal To HGCAZ2, 11dAI yia Tov dvBpwTro, TTou gival Baciopévo o 3500 deiypata
RNA-seq atmo Tnv GTEX. H emAoyr Twv delyudTwy o€ KABE TTEPITITWON EYIVE JE
AETTTOUEPN TPOTTO, XPNOIUOTTOIRONKAV KAIVOTOUOI aAyopiBuol eTTEEEPYOTIiag Twv
OeQOMEVWYV KAl N OPadOTIOINCN TwV YOVIOIWV EYIVE PE IEPAPXIKA OpadoTToinoN.
H avatmmuén Twv 10TOTOTTWV €YIVE XPNOIYOTIOIWVTAG HOVTEPVEG TEXVOAOYIEG.
Eiodyovtag éva yovidlo-odnyo, Ta gpyaAcia TTaPoucIAlouv €va QUAOYEVETIKO
UTTOOEVTPO TOU OTTOIOU Ta QUAAQ aTTOTEAOUV YOVidIad OUVEKQPPACHEVA HPE TO
yovidlo €i06dou. O xproTng PTTOPEl ETTITTAEOV VA TTPAYMOTOTTOINCElI TTOIKIAEG
QVOAUOEIG EUTTAOUTIOUOU BIOAOYIKWY OpWV TTAVW OTA YOVidla TOU UTTOBEVTPOU.
MeAeTwvTag TN AiOTO OUVEKQPOAOUEVWY  YOVIOIWV KOl TO ATTOTEAEOUATA
UTTEPEKTTPOOCWTTNONG AVAKAAUTITOVTAI AEITOUPYIKOI CUVEPYATEG I TTPOCBIdOVTAI
POANOI O PN XOPOKTNPEIOPEVA Yyovidld, KOITWVTOG TOUG YEITOVEG TOUG OTO

UTTOOEVTPO OUVEKPPAONG.



Abstract

Genes with similar expression patterns tend to participate in related
biological processes. The most efficient way to study gene coexpression is
based on the transcriptomic data analysis of the subset of samples which
contain the best representatives of each tissue or cell type. The coexpression
of genes revealed from a variety of transcriptomic experiments stored in public
repositories, may contain information far beyond the original scope of each
constituent experiment, and can be a valuable predictive tool for gene function
and pathway membership. Three tools were developed: Arabidopsis
Coexpression Tool (ACT) studies gene coexpression in model plant
Arabidopsis thaliana, which is based on 3500 microarray samples from three
different public repositories, Human Gene Coexpression Analysis (HGCA) 1.5
studies gene coexpression in human, which is based on 1959 microarray
samples from GEO and HGCAZ2, again for human, based on 3500 RNA-seq
samples from GTEXx. Meticulous sample selection was performed in each case,
novel data processing algorithms were used and genes were grouped using
hierarchical clustering. The websites were developed using modern libraries. By
typing a driver-gene, the tools output a coexpression subtree whose leaves
contain genes coexpressed with the input gene. The user can perform a variety
of biological term enrichment analyses upon the list of gene of the coexpression
subtree. By studying the list of coexpressed genes and the enrichment analysis
results, gene functional partners to the gene of interest can be discovered or a
function can be assigned to a gene of unknown role by examining its

coexpressed genes in neighbouring leaves.
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Eicaywyn

MikpoouoTtoixieg DNA

H texvoloyia Twv pikpoouoToixiwv DNA etmivonenke ota péoa TnG dEKAETIAG
Tou 1990 (Schena et al.,, 1995). O1 yikpoouaToixieg DNA eival pia diaragn
MeyAaAou aplBpoU pIKpooKoTTIKWY KNAiIdwy DNA 1Tdvw o€ pia oTepEn ETTIQAVEIQ.
KdaBe knAida DNA ovopdaeTal avixVEUTAGS KOl JTTOPEI VO AVTIOTOIXEI O€ éva TUANA
yovidiou 1] katrolo GAAo oToixeio DNA, To 0TT0i0 OTn CUVEXEIQ XPNOIUOTTOIEITAI
yla va uBpidotroinBei pe évav otoxo (1m.X. cDNA, cRNA). O1 avixveuTég
QKIVNTOTTOIOUVTAl PE OPOIOTTOAIKOUG DEOUOUG OTN OTEPEN ETTIPAVEIA N OTToIA
MTTOPEI va atToTeAEiTal atrd TTAACTIKO, YUAAI 1] o1Aavio. H dour auTtr], d1aoTAoEwv
MIKPOTEPWY TNG aAvOPWTTIVNG TTOAAUNG, TTOU ONMIOUPYEITAl UE OUYXPOVEG
TEXVIKEG vavOTEXVOAOYIaG, atmoTeAei Tn PikpoouaoTolxia. O JIKPOOUOTOIXIEG
ETMTPETTOUV TNV avaAuon TnNG YOVIOIOKAG £KPPAonG, TNG TTOIKIAOTNTAG, TNG
aAAnAouyiag Tou DNA pe padikni kal TTapaAAnAn emmegepyaoia. Auti n uéEBodog
uwnAng amédoong EpxXeETal va CUPTTANPWOEl TIG AdN UTTAPXOUCEG KOIVEG
TTEIPAPATIKEG HEBODOUG, KABWGS pag divel TN duvaToTnTa avaAAuong oAdkKAnpou
TOU METAYPOPUWHNATOGS VOGS IOTOU O€ £va POVo Treipaua. MTropei kaveig va e€ayel
XPAOIMNES TTANpoQoOpPieC vyia Tn PioAoyikry AgiToupyia €vog opyaviouou,
BpiokovTag TTola yovidla eTrdyovTal | KataoTéAAovTal o€ KATTola gAon Tou
KUTTOPIKOU KUKAOU, O€ KATTola avaTtiTuglakn OTIyu o€ otmdkpion o€
epeBioparta Tou TTEPIBAAAOVTOG, OTTWG TT.X. N ATTOKPION OE OPPOVEG ) 0€ UWNAR
Bepuokpacia. Ouddeg yovidiwv Twv OTToIWV N EK@Pacn aufaveTal i JEIWVETAI
TauTtdxpPOVa, UTTO TIC idIEC OUVONKEG, €ival TTBAVO va CUUUETEXOUV OE KOIVEG
BloAoyikég dlepyaoieg Kal 0€ KOIVA PETABOAIKG POVOTTATIA | va €ival OTOXOI
KOIVWV HETAYPA@IKWY TTapayéviwyv. H yovidlokr €ékepacn eival AGueoa
OUOXETICOPEVN ME TIG BIOAOYIKES AEITOUPYIES KAI O JIKPOOUCTOIXIEG TIPOCPEPOUV
TEPAOTIO PEYEBOC TTANPOPOPIWY TTAVW OE avOpWITTIVEC aoBEveleg, yripavaon,
QAPMPOKEUTIKH) dpAon, OpHOVIKA dpdaon, diavonTiKEG A0OEVEIES, HETARBOAIOHUS KAl
o€ apKeTA aképa KAIVIKG BépaTta. Av Kal n TEXVOAOYia TwWV HIKPOOUGCTOIXIWY
TTPOOPEPEI Wi TTIO OIKOVOMIKA Kal XPOVIKA BOAIKA AUon otn peAETN TG
YOVIBIOKNG £K@PaONG, TTPETTEI va AdBouue Ut own o011 Adyw TnNG MadIkAS euoNg

TOU TIEIPAPATOG, TA ATTOTEAéOPATA TTOU TTPOKUTITOUV aTrd éva  TrEipaua
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MIKPOOUGTOIXIWYV, Ba TTPETTEI TTAVTA VA ETTAANBEUOVTAI UE TIG KAAOIKEG DIa XEIPOG
TTEIPAPATIKEG HEBODOUG, OTTWG TNV qPCR.

H avdamruén t¢ véag autig TexvoAoyiag E£0woe VEEG, eVOIAPEPOUOEG
TTANPOQOpPIEG Kal auénoe ekOETIKA Ta dlaBEaiua dedoPEVA yIa TNV KATAVONON
TWV BIOAOYIKWY CUOTANATWY. ATTO TNV apXIKA TNG EQAPUOYR WG Kalvoupyia
TEXVIKA YIa HEYAANG KAipakag xaptoypdagenon Tou DNA kai Tnv apxIKr TTITuyia
WG ePYOAEio avaAuong HETAYPAQWY, N TEXVOAOYIQ TWV MIKPOOUGTOIXIWV
eCaTTAWONKE € TTOAAEG TTEPIOXEG, TTPOCAPPOLOVTAG TN BACIKA €TTIvONON Kal
OUVOUACLOVTAG Tn PE AAAEG TEXVIKEG.

Mepiypa@n Teipapatikig diadikaciag yikpoouoToixiwv DNA

‘Eva TrEipapa ue MIKPOOUOTOIXIES €ival pia TTOAUTTAOKN akoAouBia diepyaciwyv
TTOU TTPETTEI VA TTEPATWOOUV JE ETTITUXIA, YIO va €CA0PAANOTEI N ATTOOEKTH)
TTOIOTNTA TWV OEOOUEVWYV TTOU Ba TTPOKUWOUV KAl TWV CUPTTEPACUATWY TTou Ba
e€axBouv. H meipaparikr) diadikacia agopd Ta OTAdIA TTOU TIPETTEl va
akoAouBnBouv katd Tn dieCaywyn evog TTEIPAPATOS WIkpoouaToixiwy (Eikova
1). Ta TEIPAPATA YIKPOGUGTOIXIWV YIO avaAucn yoviSIoKoU TTPO@iA eAEyxouv
TauTOXpova TNV EKPPacn XIANIAdWYV YyovIdiwV yIa va PJEAETHOOUV TNV £TTiIdpACN
Miag Bepartreiag, aoBévelag i avatrTugiakou oTadiou aTnv yovidlakn EKQPaor.

YT1rapxouv TTOAAG BIa@opeTIKG €idn pikpoouoToixiwv DNA. Alagépouv avaloya
ME TNV KOTAOKEUN TwV aviXveuTtwyv (Spotted or In-Situ synthesized arrays) aAAG
kal Tnyv idia Tn dounA TNG piIKpoouaoTolxiag (One-channel or Two-channel arrays).
Apxikd, dlatuttwveTal €va BloAoyikd epwtnua 1o OTToio eATTiCouhEe OTI Ba
aTravTnOEi Ye TO TEAOG TOU TTEIPAPATOG. 2TN CUVEXEIA, AVAAOYQA PE TO EpWTNUA
yivetal n KatdAANAn emmAoyn TG jikpoauaToixiag. O TUTTOC TNG MIKPOTGUOTOIXIAG
ETMIAEYETAI WG TTPOG TOV TPOTIO TTPOETOINACIAG ToUu, AAAQ Kal TO TTola €ival n
O14Tagn Kal To €i0OC TWV AVIXVEUTWY TTOU OKIVNTOTTOIOUVTAl OTAV ETTIQPAVEIQ.
MapdAAnAa, eToipadetal To BIOAOYIKO UAIKO, dnAadr atropovwveral mRNA atmo
OUO TUTTOUG KUTTAPWYV KOl CHPAiVETAl YE OIAPOPETIKEG XPWOTIKEG YIa KAOE
Ociyua, XPnOIYOTIOIWVTAG TNV AVTiIoTpo®n PeTaypagdon. Katotrv, akoAouBei
uBpidotToinon  TwWV  ONUOCPEVWY  OTOXWV ME  TOUGC  QVIXVEUTEG NG
MIKpoouaoTolxiag. To emOpevo PBrAua cival n odpwon NG €mM@AVEIQS TNG
MIKPOOUGTOIXiag, aTr’ OTTOU TTPOKUTITEI MIA WNQIAKK EIKOVA TTOU TTPOEPXETAI ATTO

N OIEyEPON TWV MOPIWV Ofuavong TTou Bpiokovial OTOUuG GTOXOUG Kal
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@OopiCouv Ot OuykekpIuEVA HPAKN KUPATOG. O1 OIXPWHATIKEG 1] DIKAVOAIKEG
MIkpoouaTolxieg (Two-color microarrays or two-channel microarrays) ouviibwg
uBpidoTrolouvTal e cDNA atrd duo deiyuata ue oKoTTd va ouykKpiBoUuv PETagU
TOUG, TT.X. KAPKIVIKOG KAl UYIAG I0TOG, T OTTOI0 onpaivovTal HE dUO DIOPOPETIKEG
XPWOTIKEG ouaieg. O1 1o ouvnBiouéveg yia orjuavon cDNA TrepiAapBavouy Tnv
Cy3, TTou €xel éva PNKOG KUPOTOG EKTTOUTINAG Twv 570 nm otav dieyepOei Kai
QVTIOTOIXEI OTO TTPACIVO Xpwua, Kal Tnv Cy5 TTou €Xel €va PAKOG KUPOTOG
EKTTOUTTAG TWV 670 nm OTav dieyepOEi Kal AVTIOTOIXEI OTO KOKKIVO Xpwua. Ta
ouo deiypara cDNA TTou €xouv onuaveei pe Cy, avaulyvuovTtal kai uBpidifovTal
O¢ Mia KoV MIKPOOUCTOIXid n OTIoid  COpWwVETAl Of €va  COpWTA
MIKPOOUQOTOIXIWY, WOTE VA ATTEIKOVIOTEI N orjuavon Twv dU0 OUCIWV PETA TNV
O1éyepan atd akTiva A&IfEP OUYKEKPIYEVOU PRKOUG KUPATOG. O OUYKPIVOUEVEG
OXETIKEG €VTAOEIG KABE KnAIdOG xPNOIYOTIOIOUVTAl YIO VA TAuToTTOINBoUuv
UTTEPEKPPACUEVA KAl UTTOEKPPACTUEVA Yovidia.

Abyw TOou yeyovoTog Ot n uBpidotroinon yivetal Tautoxpova Kai yia 1a dUo
Ociypara, UTTApxXeEl OA@NG QVTIAYWVIOPOG METAEU Twv OTOXWV YIia TOUG
avixveuTég. O1 oTdxOI TTOU BpioKovTal O€ TTEPIcTEIa aTTd TO KABE deiyua yia KAOe
yovidio, Ba utrepioxuoouv Evavtl TwV AlyoTEpwV GAAwv Kal Ba kataAdfouv
TTEPICOOTEPOUG AVIXVEUTEG. 2TV TTapaxBeica eikéva petd ammd odpwon, Oa
OOUNE KOKKIVO TOV QVIXVEUTH QV TO CUYKEKPIUEVO YOVIDIO UTTEPEKPPALETAI OTA
KUTTOPA TOU TTPWTOU dEiyuaTog, Ba doUupue TTPACIVO TOV QVIXVEUTA av 1I0XUElI TO
avTioToIXo yia 1o deUTePO deiyua, Ba doUUE KITPIVO TOV QVIXVEUTH AV N EKQPACoN
gival TTapouola Kail, T€Aog, Ba doUue PaUPO TOV AVIXVEUTH av Oev UTTAPXEI
kaBoAou ékppaon. Otav, TEAOG, £XOUME TNV E€IKOVA, TTPOXWPANE O avAAuon
TNG amd Tnv OTroia TTPOKUTITOUV TTOCOTIKOTTOINUEVA  Oedopéva. [iveTal
ETTECEPYOTIA TWV BEDOUEVWV AUTWYV OTOV NAEKTPOVIKO UTTOAOYIOTH PE TTANBwpa
aAyopiBuwyv, woTe va amoAeipbolv T OQ@AAYATa KAl va  OWwOoouv
oupTTEPACUATa Ta OTToia 0 AvBpwTrog &€ Ba pTTopoUlce va eEAyel, Adyw TOU
MeyAaAou Toug GyKou.

2TNV TIEPITITWON TWV HOVOXPWUATIKWY 1 HMOVOKAVOAIKWY HIKPOCUCTOIXIWV
(single-channel microarrays or one-color microarrays), 0Ol HIKPOOUOTOIXIEG
TTPooPEPOUV OedopEVa ATTOAUTEG TIEG EKPPACNG YIa KABE avixveuTr) ] aUVOAO
QVIXVEUTWV QVTIOTOIXO YE TO ETTITTEOO UBPIBOTTOINONG HE TO ONUACUEVO OTOXO.

H oxemiki a@Bovia yivetal gu@avig otav ouykplBei pe GAAa deiypata A
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KATOOTACEIG TTOU €XOUV UTTOOTEI £TTECEPYQTia oTo idlo Treipapa. MTropouv va
OUYKPIBOUV PE PHeYAAn eukoAia Ta deiypaTa atrd SIOQOPETIKA TTEIPANATA, UE TNV
TTPoUTTO0e0n OTI £x€I yivel N KATAAANAN pépiuva yia Ta batch-effects (emidpaon
Tou ouvoAou Trapaywyng). Ta batch-effects uymmopouv va TtrpokUywouv o€
OTTOIOdNATTOTE OTAdIO TNG TIEIPAUATIKAG O1adIKaoiag Kal avagEpovtal OTIG
OUCTNUATIKEG OIAPOPEG TTOU €XOUV Ol JETPACEIG ATTO DIAPOPETIKEG OPADEG

TTEIPAUATWV.

Cancer Cells Mormal Cells

RNA Isolation
Y k4
mRMNA mMRNA
Reverse
Transcriptase
Labeling
k4 L 4
"Red Flourescent" Probes "areen Fluorescent” Probes

Combine Targets

Hybridize to
Microarray

Eikéva 1 — Ta Baoika Bruara o€ éva meipaua SIKAVAAIKWVY UIKPoouaToixiwv cDNA
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OAiyovoukAeoTiOIkéG pIKpoouoTolxieg (Affymetrix GeneChip)

O1 pikpoouaTolxieg GeneChip® tng etaipeiag Affymetrix avrikouv oTIg
MOVOKQVOAIKEG MIKPOOUOTOIXIEG Kal atToTEAOUVTAlI ATTO POVOKAWVA 25uEpn
OAIYOVOUKAEOTIOIO-QVIXVEUTEG, T OTTOIA OUVTIBEVTAI OTN OTEPEN ETIPAVEIQ TNG
MIKpoouaTolxiag Ye Tn gEB0dO TNG ewToAIBoypagiag (Eikdva 2).

H diadikaoia Eekivael ge To yudAivo TTAakidio (wafer) 61rou atroteAei TNV OoTEPEN
ETPAVEIQ TNG PIKpoouoTolxiag. To TTAakidio eupatrtiCeTal o€ alhavio (SiH4) kai
Ta popia Tou olAaviou cuvdudlovTal he To YuaAi. ‘Eva popio ouvdETng padi pe
éva wToeuaicdnTo popIo TTpoaTiBevTtal og KABE POpPIO CIAQviou Kal TO POPIo
ouvdéTng  €ival  TO  onueio  évapéng  TTpOodecng ToUu  TTPWTOU
deootupiBovoukAeoTidiou. KaBe vVOUKAEOTIBIO gival puTOXNMIKA TPOTTOTTOINUEVO
a@ou @EPEl PIa TTPOCTATEUTIKA OMAdA N OTToid ATTOPAKPUVETAI PETA QTTd
ETTidOpaon UTTEPILLOOUG AKTIVOPBOAIOG Kal aTToTeAEl TO UTTOOTPWHA, OTTOU Ba
TTPo0dEDEI TO ETTOPEVO VOUKAEOTIOI0. H diadikacia auTrh eTTavaAapBavetal HExpl
VO OXNMATIOTOUV CUYKEKPIPEVA 25UEPr] OAIlYOVOUKAEOTIOIO O KABE aVIXVEUTIKO

onpueio (Lipshutz et al., 1999).

Photolithography
gl
T

N\ T N

Deprotected

Light A features
N e
Lens L
Lithographic mask Microarray (wafer)
Chemical Synthesis Cycle
Light
(deprotection) F
= Mask o
spEmm  WEE "pn | mEenmm
00000 —mp 00000 ——5 OHOHO O O TTOODO
RS EES O 22000 AREEEE
Microarray (wafer) l
G ATCG
2ERE n )
"ERRE  © ER R WRAAW
A$E1C-g<-3—efia—t<—TTCC0<—LTTOHOHO<—TT(l)(gO

$886¢ TTTTEee e T 4T 56¢0¢¢

GeneChip Microarray

Eikéva 2 - MikpoouaToixia oAlyovoukAgonidiwv Affymetrix GeneChip®. ETravw: ®wroAiBoypagia.
Ymepiwdng akTivoBoAia diépxetal péow TNG AIBoypa@ikng pdokag TTou dpa wg QiATpo, €iTe yia va
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peTadwoel, €ite va PTTAOKAPEl TNV OKTIVOBOAIQ atmd Tn XNUIKA TIPOOTATEUPEVN ETTIQAVEIA TNG
MikpoouoToixiog. H diadoyiki epapuoyr Twv €I8IKWY AIBoypa@IKWV JaoKwV TTpoadiopilel Tn oeIpd TNG
ouvBeong Tou oAlyovoukAeoTIOIKOU avixveuTh. Kdtw: O kUKAOG TG XnNUIKAG ouvBeong. H utrepiwndng
OKTIVOBOAIa a@aipei TIG TTPOOTATEUTIKEG OUADES (TETPAYWVA) OTTO TNV ETIQAVEIQ TNG MIKPOCUGCTOIXIOG,
EMTPETTOVTAG TNV TTPOCBONKN €VOG HOVO QWTOXNUIKG TTPOCTATEUEVOU VOUKAEOTIBIOU. AladoXIKOi KUKAOI
OTTOTTPOCTACIAG PE aKTIVOBOAIQ, aAAayAg OTo MOTIRO QIATPapPIoHATOS TwV AIBOYPOQIKWY PACKWY, Kal
TTPOOONKN €vOG €iOOUG HOVOVOUKAEOTIBIWY OXNMATIOUV MIKPOCGUGTOIXIEG HME OUYKEKPIUEVO 25uepn
oAiyovoukAeoTidia-avixveuTég (Dalma-Weiszhausz et al., 2006).

Kd&B¢e yovidio 1 voukAeoTIDIKA aAAnAouyia TTpog £¢£TA0N AVTITTIPOCWTTEUETAI ATTO
11 €wg 20 povadikoUg aviXVEUTEG TTOU ONPIOUPYOUVTAl HECW UTTOAOYIOTH Kal
gival dIAoTTaPTOI OTN PIKPOOUCTOIXiA, WOTE va atmmo@euxBei n AavBaouévn
EKTIUNON TNG TTOOOTIKOTTOINONG TNG €kppacns Adyw Ttng B6éong toug. Ol
QVIXVEUTEG XPNOIYEUOUV WG guaioBnTol, povadikoi, €1dIKwY aAAnAouUxXIwY
a106NTAPES. ZUVABWG, Ol aVIXVEUTEG UPPIOOTTOIOUVTAI O AVECAPTNTEG TTEPIOXEG
TNG OAANAouXioG, OUWG OPICPEVEG QOPEG  MTTOPEI  va  €XOUV  MIKPN
aAANAoETTIKAAUWN (epbdoov autd KpiveTal amapaitnto). H opdda Twv
QAVIXVEUTWV TTOU a@OopPA OUYKEKPIMEVO YoVvidlo | ouada TTAPOUOIWY YOVIOiWV,
€ival yvwaoTr wg oUVOAO avixveuTtwy (probe set) To OTT0IO TTAPEXEI, ME UYWNAN
akpiBela, TOV UTTOAOYIOUO TnNG éK@paong Tou  yovidiou-otoxou. Ol
OAIYOVOUKAEOTIBIKOI AVIXVEUTEG TTOU avayvwpEiCouv TUAPATA Tou 3" AKPOU TOU
yovidiou, kaAouvTal avixveuTtég TéEAgiou Taipidopartog (Perfect Match i PM). O
MEYAAOG apIBUOG TWV AVIXVEUTWV YIa OIPOPETIKEG TTEPIOXEG Tou idlou RNA,
BeATiwvel onuavTIKa To Adyo NG éviaong OfPaTog wg TTPog 10 B80puBo (Adyw
TOU UTTOAOYIOHOU TNG MEONG TIMAG TWV EVTACEWYV TWV TTOAAQTTAWY QVIXVEUTIKWV
onueiwv) Kai TTapéxel akpipeia otnv ToooTikotroinan Tou RNA, v atroTpETTEl
@aivoueva dlaoTaupoupevng uBpidotroinong (crosshybridization effect) kai
MEIwVEl OpaoTIKA Ta Weudwg BeTikd ofjpata (Lipshutz et al., 1999).

EmimTAéov €AeyXOG YiVETAI PE TNV XPAON TWV AVIXVEUTWYV ATEAOUG TAIPIACUATOG
(Mismatch 4 MM) (Eikéva 3). O1 avixveutég MM éxouv akpIfwg Tnv idla
VOUKA€0TIOIKA akoAouBia pe Ta avtioTtoixa PM pe tn diagopd 611 ot 13n Baon
uttdpxel N oupTtAnpwpartikyy Bdon. O1 avixveutégc MM Agitoupyouv  wg
€CEIDIKEUPEVOI EAEYXOI TTOU ETTITPETTOUV TNV A@aipeon Tou UTToRABpoU Kal TNG
dlacTaupouuevns uBpidotroinong, Kal EmMTPETTOUV T OIAKPION METAEU
TTPAYMATIKWY ONUATWY Kal EKEIVWV TTOU o@eilovTal O€ PN-€101k6 uBpIdioud. H
uBpidotroinon Twv popiwv otoxwv RNA ota PM trapdyel upnAdTtepo ofjpa atmod
o011 oTa MM, éx0ovTag WG aTTOTEAECUA OTABEPA TTPOTUTTA TA OTTOIA Eival aTTiBavo

va €Xouv TTPOKUWEl Tuxaia. AkOpn kal oe XaunAéc ouykevipwoel RNA, n
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uBpidotroinon ota PM/MM atrodidel avayvwpiciya TTpdTUTIa TTOU JTTOPOUV VO

TTOOOTIKOTTOINBOoUV. KAbe avixveutig MM Bpioketal otn ditTAavr) 6€on atmmd auth

Tou avTioToixou PM yia va atrokAeioBei otroiadrroTe emidpacn Adyw B€ong.

Reference sequence

Probe-set
A
r—-- [ ] S .- - - - _ﬁ
(v g I S

v -

5|

\ - -

/
/
«

CTGTCACTCGTCTGTIATCACAGACACAGAGTTGACTGTCAIC‘:A

Perfect Match probe, TAGTGTCTGTGTCTCAACTGACAGT,

Mismatch probe TAGTGTCTGTGTGTCAACTGACAGT,

Eikova 3 -2 xediaouog avixveutwyv uikpoouaTolxiag Affymetrix. O1 oAlyovoukAgoTidIKoi

avixVeUTEC eTTIAEyovTal BAoel KpIThpiwv HovadiKOTNTAS Kal KavOvwy oxe0IaouoU. [a TouS EUKAPUWTIKOUS
opyaviououg, Ol QVIXVEUTEC ETIAEyovTal TUTTIKG atTd 70 3 dKpo Tou yovidiou N UETaypAa@ou (Kovra atnv
oupd polyA), yia va ueiwbouv ta mpoARuara mou utropei va mpokUWouv arrod T Xprion ToU EPIKWS
armroikodounuévou mRNA. H xprion tng diapopds twv PM arré ta MM peiwver onuavrikd 1o 66pufo
utrof3adBpou kai TN diaaraupouuevng uPpidorroinong, kai auédvel Tnv TOCOTIKN akpiBeia Kai
ETAVAANWILOTNTA TWV LUETPHOEWV.

Apxeia Affymetrix GeneChip

To Aoyiopiké tnG Affymetrix yia tnv emegepyacia Twv OedoPévwy aTTO TIG

MIkpoouaTolxieg GeneChip xpnoipoTtroiei TTOAAG apyeia dedouévwy Pe DIAPOPES

Mop@ég (Eikdva 4). Ta 1o Koivd givai:

Apxeio DAT: AmoteAei Tn pn eme€epyacuévn OTITIKA  €IKOVA TOU
uBpidotroinuévou  TTAakidiou. lMepiéxel TIC TIMEG  €viaong  Twv
EIKOVOOTOIXEiIWV TTOU CUAAEYovTal aTTO éva oapwTr Affymetrix.

Apxeio CEL: ATmoBnkelel Ta QTTOTEAECOUATA TWV UTTOAOYIOPWYV TNG
évraong KABe avixveuT atrod TIC TIUEG TWV EIKOVOOTOIXEIWV TOU apxEiou
DAT. Autd mrepiAaudavouv Tnv TIUA TNG évTaong, TNV TUTTIKA attOkAIon
TNG £VTAONG KAl TOV APIBPO TwV EIKOVOOTOIXEIWY TTOU XPNOIUOTTOIOUVTal
yla Tov uttoAoyiopd TnG évraong K&Be avixveuti. To apxeio autd
ATTOTEAEI TA TTPAYHATIKA TTPWTOYEVH OEDOPEVA TNG TEXVOAOYIAG QUTAG.
Apxeio CDF (Chip Description File): Mepiypdgel Tn B€0n TwV avIXVEUTWV
oe pia pikpoouoToixia Affymetrix GeneChip. MpakTikd, atroteAei pia
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XOPTOYPAPNON TNG OUYKEKPIUEVNG MIKPOOUOTOIXIOG. AVTIOTOIXEI KAOE
AVvIXVEUTH o€ €va oUvoAo avixveutwyv. OAa ta ovouaTa Twv OUVOAWV
QAVIXVEUTWV EVTOG UIAG MIKPOOUOTOIXiAG €ival uovadikd.

o Apxeio CHP: lMepi€xel TIG TINEG EKPPAONG AVA OUVOAO QVIXVEUTWY TTOU
TTPOKUTITOUV aTTd TNV avaAuon Tou apyxeiou CEL. Ymdapyouv didgopeg
ekdb6oeIg Tou apxeiou CHP Ttrou dnuioupyouvTal atrd AOYIOHIKA TNG
Affymetrix xpnoigotroiwvtag aAyopibpoug 6mmwg MASS5.0, RMA, KATT.
‘Exe1 duadikn Hop®n yia Xprion o€ d1agopa TTPOYyPAUMATA avAAUCNG TwV
ATTOTEAEOUATWV.

e Apxeio TXT: Eival To apxeio CHP o€ avayvwoliun pop®n (Keipevo).
CDE  |_MASS5.0, RMA, SCAN etc

DAT CEL r CHP
- .

Eikéva 4 - Ta apxeia m¢ pikpoouaToixias Affymetrix Genechip kai e moia oeipd
XPnoIgoTToIoUVTAl.

TXT

h 4

h 4

h 4

AvaAuoe€ig S1a@QOopIKNG EKPPAONS KAl YOVISIAKAG OCUVEKPPAONG

XPNOIUOTTOIWVTAG TNV TEXVOAOYIQ TWV UIKPOOUGCTOIXIWY, UTTAPXOoUV dUO

Baoikd €idn avaAuoewy TTOU UTTOPOUV VA TTPAYUATOTTOINB0UV:
e AvaAuon d10QOpPIKAG EKPPpAcnG

21NV avaAuon dIa@OopIKNG EKPPAONG Ol EKPPACEIS YovIdiwv aTtrd deiyparta
OUO OIOPOPETIKWY PIOAOYIKWY KATACTACEWV OUYKPIVOVTAI, WOTE VO
avoKaAu@OoUV yovidla Pe OTATIOTIKWG ONUAVTIKY dla@opd oTnV €KPPAOH
Toug. Mg Baon auTtry TN AioTa d1IAQOPIKWGS EKPPATHEVWY YOVISiwY, UTTOPOUE
va €EAYOUNE KATTOIO CUNTTEPACHA Yia TO Trola Traifouv Bacikd poAo oTn
d1apoPOTIoINON METALU TWV OUO CUYKPIVOPEVWVY KATAOTACEWV. Z& KAOE
TTEipapa TTPoTEIiVETAl va £XEl TOUAGXIOTOV 3 TEXVIKA avTiypa@a woTE va
MEIWBOUV o1 MOavoTNTEG yia TEXVIKA o@aAuara. Etriong, ptmmopouue va
EXOuME Kal BloAoyikd avTtiypaga, TTou ival n emavaAnyn Tou TTEIPAPATOS

idlou oxedlaopoU e TIG id1EG OUVOAKES AAAG O€ dIaYOoPETIKG deiyua.
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e AvaAuon NovidloKkNG ZuvEK@PAoNG

AvTtiBeta n avdAuon yovidIOKAG CUVEKPPAoNG MEAETAEI TO OUVOAO TNG
EKQpaong Yovidiwv yia €vav  OUYKEKPIMEVO opyaviopud atrd  TTOAAG
OI0QOPETIKA OtiypaTa. 'ETOl avakKaAUTITOVTAlI OPADEG yovIdiwv HE KOoIva
TIPOPIA €KPPAONG, TA OTIOId MTTOPOUPE Vva TToUPE OTI OuvdEovTal
AeiToupyikd. H avaAuon yovidIoKNG OUVEKPPAONG YIVETAI XPNOIMOTTOIWVTAG

MOVOKQVOAIKEG HIKPOOUOTOIXIEG.

Mpoemegepyaocia pikpoouoToixiwv Affymetrix GeneChip

Nbyw Tou oxedlaopou Twv pIKpoouoToixiwy TnNG Affymetrix, Ta Brpara
TTOU TIPETTEl VO An@Bouv TTpIv a1Td OTTOIOdATTOTE AvAAUCn €K@PAoNG Eival
EAQPPWG TTIO TTEPITTAOKA ATTO OTI YIa TIG AAAES pIKpoouaoToixieg cDNA, Ta oTroia
Ba TTePIyPAYWOUUE TTAPAKATW.

Ai16pOwon utrofdadpou

evika 10 TTpWTO BAMA gival n d16PBwaon uTToRdBpoU TNG £vTaong Tou
KaBe avixveutr). O @Bopioudg uttoBdABpou PTTOPEl va TTPOKUWEI aTTO TTOAAEG
TTNYEG, OTTWG N KN €18IKI) oUVOECN TOU CNUACHEVOU OEIYUATOG OTNV ETTIPAVEIQ
TNG MIKPOOUOTOIXIOG, A O evaTTOBECEIG TTOU TTAPEUEIVAY PETA TO OTADIO TNG
TTAUONG 1} a1Td OTITIKG BOpUBo atmd 1o capwrTr]. Katroio emiredo ¢Bopiouou
(66puPBog uttoBdABpou) Ba evromoTel Amd TO CAPWTH, AKOUN Kal €dv POvo
QATTOOTEIPWHEVO VEPOD €ival ETTICNUACHEVO Kal UBPIBIOTEI TN MIKpoouaTolxia. Ol
d1dgpopol  aAyoépiBuol  XpNOIPOTTOIOUV  JIAPOPETIKEG HEBOBDdOUG dI6PBwoNg
uTToRGBPOU, yia TTapddelyua, o ahyopiBuog RMA xpnoipoTrolei TR ouvéNIEn Tou
onpaTog Kai Tou BopuBou.

KavovikoTroinon

To emdéuevo oTddio cival n kavovikotroinon. O oKomoOg autoUu Tou
Briuartog eival va TTpocappooouV Ta dedoPEVa OTIC TEXVIKEG DIAKUUAVOEIG, O€
avTifeon We TIG BIOAOYIKEG DIOPOPES PETAEU TWV OEIYUATWY. YTTAPYXOUV TTAVTA
MIKPEG OTTOKAICEIG JETAEU TWV BIAdIKOCIWV UBPISICUOU YIa KABE HIKPOOUOTOIXIO
KAl QUTEG 01 aTTOKAICEIG TEIVOUV va 00nyouv O€ JEYAAES ATTOKAIOEIC METAEU TWV
OUVOAIKWV EVTACEWV YIa OIAQOPETIKEG MIKpOouoTolxieg. MNa TTapddeiyua, n

moodTnTa Tou RNA o¢ éva d¢iyua, o xpdvog tmou €va deiyua uBpidifetal 4 o
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OYKOG €VOG OEiyuaTog UTTOPEI va €l0ayAYOUV ONUAVTIKEG DIOKUPAVOEIG. AKOUN
Kal aveTtaiobnTeG UAIKEG DIOQOPEG METAEU TWV UIKPOOUCTOIXIWV ) METALU TWV
COPWTWY TTOU XPNOIKOTTOIOUVTAI VIO VO OAPWOOUV TIG HIKPOOUOTOIXIEG, MTTOPEI
va €xouv eTmidpaon ota atmoteAéopara. Me ammAd Adyia, n KavovikoTroinon
e€Cao@ahifel O n ouykpiIon  ETMTTEdWV  €KQPACNG  OIAPOPETIKWV
MIKPOOUGTOIXIWYV, €ival 600 TO duvaTOv, CUYKPION OPOEIdWY. MEeAETEG £xouv
O€igel OTI 01 HEBODOI KAVOVIKOTTOINONG TTOU XPNOIKMOTIOIOUVTAl £XOUV ONUAVTIKH
ETTIOPaON oTa TEAIKA ETTITTEdA OIAPOPIKNG £KPPAONG, YI' AuTO €ival (WTIKNAG
onpaciag va etmAeyei N KatdAAnAn péodog.

A16pbwon PM

O1rwg avagépinke TTpoNyoUPEVWG, avixveuTéc PM TngG HIKpOouaoToIXiag
GeneChip perpdve 1000 Tn OXETIKN a@Bovia Tou avTioTolxou yovidiou 600 Kai
TNV TTOOOTNTA TNG PN-EI0IKNG OETUEUONG, N oTToia TTPOKUTITEl OTav To MRNA
deopelETal O€ €vav AVIXVEUTH TTou dev Tov aToxeuel. O avixveutég MM €xouv
OXedIAOoTEl yIo va HETPAVE Tn PN €10IKA oUvOEon TWV QAVTIOTOIXWV TOUG
avixveutwv PM. O1 Tinég MM Ba trpéTTel va a@aipouvTal atro TIG aVTiIOTOIXEG TOUG
TIuEG PM, w¢ mpwTto BAna oTtn diadikacia avadAuong. ZTnv TTpayuaTtikotnTa,
woTO600, auTd dev Asitoupyei, €TTEIdA yeVIKA TTEpiTTOU TO 30% TWV TIWY MM
gival oTnv TTPAEN peyaAuTepeg atmd TIG avTioTolxeg TIWEG PM Toug. Auto
oupPBaivel emmeIdn, €mMTTPOCOETA TNG METPNONG TOU ONRUATOG UTTORABPOU,
MeyAAog Oykog Tou mRNA 1ToU avayvwpiletal atrd Toug avixveutég PM, Teivel
va Oeopeutei emmiong oe avixveutég MM. TMoAAéEG ammd TIG TTI0 dnUOQIAEiG
MEBODBOUG TTpoeTTEEEPYaTiag AUvouv auTd To TTPORANUA atTAd ayvowvTag ToOUug
avixveutég MM evteAwg kai ol TIuEG PM diopBwvovTal yia T un €181k ouvdeon
XPNOIMOTTOIWVTAG AAAEG TTPOCEYYIOEIG.

20voyn avIXVEUTWV

‘Exoupe ndn Oel mwg o1 pikpoouoTolxieg GeneChip Asitoupyouv
xpnoigotrolwvtag 11 éwg 20 dlagopeTIkoUg avixveutég PM TTou otoxguouv o€
11 €wg 20 XxwploTd voukAeoTIOIKG TuRAPaTa kaBe MRNA. Or1 avixveuTég auToi
atroteAdolv  éva 2UvoAo Avixveutwv (Probe set). To T1eAké BrApa oTn
TTpoeTTeCepyania dedopévwy atrd pikpoouaoToixieg GeneChip, eival va yivel
ouvown Twv dedopévwy atro 11-20 XwpIoToUG AVIXVEUTEG O€ PIA TIMF EKQPAONG

yia 10 ev Aoyw mRNA. INa Tnv TTiTeEUgn autoU UTTAPYXOUV APKETOI DIOPOPETIKOI
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TPOTTOI, AAAG TO TEAIKO OTTOTEAECUA Eival TTAVTA Pia JOovadIKn TIUA £KQpaong yia

KABe OUVOAO aVIXVEUTWY O€ KABE HIKPOOUOTOIXIO.

Mé£Oodol TTpoeTTeEEPYATiag UAOTTOINMEVES VIO MIKPOOUOTOIXIES
Affymetrix GeneChip

‘Exovrag e€i0dyel T yeviknp peBodoloyia TTOU  akoAouBegital yia
TTpoeTTeCepyania dedouévwy pikpoouaoToixiwy Affymetrix, Ba tepiypdywoupe
MEPIKOUG aTTd TOUG TTI0 dNPOYIAEIC oUVOBETOUG aAyopiBuouUG TTPoETTEEEPYATIaG.
Autoi o1 aAyopiBuol epapudlouv Ta TECOEPA PBAPATA TTPOETTEEEPYATIAS TTOU
mTeEpIypd@ovTal  avwTépw, OnAadr kdavouv di16pBwaon  uttoBdbpou  Kal
KOAVOVIKOTTOIOUV TIG TIUEG €K@PAONG YIa KABE OUVOAO QVIXVEUTWV Of€ KABE

MIKpOOUQaTOIXIa.

Microarray Suite 5.0 (MAS5.0)

O aAyopiBuog MASS5.0 (Bolstad et al., 2005 ; Gentleman et al., 2004)
avaTrTuxdnke ammd Tnv Affymetrix. Apxikad kdavel d16pbwon uttoBdBpou 1600
oToug avixveutég PM, 6oo kal atoug MM. O1 MM oTn ouvéxela HETATPETTOVTAI
o€ 10aVvIKA aTeEAR TAIPIAOUATA, OTTOU Ol TINEG TOUG Eival TTAVTA PIKPOTEPES OTTO
TIG TIUEG TwV avTioTolXwv Toug PM. OuunBeite o1 trepitrou 10 30% Twv MM
TIMWV €ival HEYOAUTEPEG ATTO AUTEG TwV avTioToixwv PM toug. Av MM < PM,
167 N MM TIur TTapapével auetdBANTN. YT1roAoyicetal éva otaBepdg pEcog 6pog
ammdé TIG TpoTToTroiNuéveEG log2 dlagopég peTatu Twv PM kai Twv AdN
uttoAoyIopéVWY  1I0aVIKWV aTeAwv Taiplaoudtwy (IM). O1 Tiuég €kppaong
KQAVOVIKOTToloUvTal pubpifovTag Tov HECO OPO TWV APXIKWY ONUATWY TNG KAOE
MIKpoouaoToIXiag e Mia TTpodiayeypaupévn TiuR. Q¢ ek Toutou, o MASS5.0
KavoVvIKOTTolEl Ta Oedopéva UETA atTd ouvown, Kal OXI TTPIV, OTTWG 0€ TTOAAOUG
AaAAoug aAyopibuouc.

Probe Logarithmic Intensity Error Estimation (PLIER)

H Affymetrix utrootnpicel 611 o aAyopiBuog PLIER eival BeAtiwon Tou
MAS5.0 eicdyovrag uwnAoTEPN €TTAVAANWIUOTNTA CAMATOG  (KATWTEPOG
OUVTEAEOTNG METABOARG) Xwpi¢ atmmwAeia okpiBeiag. Mpoopépel uywnAdTePN
evaiobnoia oTIc alayég agBoviag yia oTdXoug Kovid oTo utToBabpo Kai

I000TAOMICEl OUVOMIKA TOUG QVIXVEUTEG TIOU TTEPIEXOUV  TTEPICOOTEPES
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TTANPOPOpPIES aTTd £va 0UVOAO OEDOPEVWYV YIa TOV TTPOCOIOPIoUS TOU OUATOG.
O aAyopiBuog PLIER dev kavovikoTrolgi Ta dedopéval.

Robust Multi-Array Analysis (RMA)

O aAyopiBpog RMA gival n akadnuaikr) eVAAAOKTIKE) AUCT yla TOUg
aAyopiBuoug Tng Affymetrix yia tn PeTATPOTIH) Twv dedOPEVWY ATTO ETTITTEDO
QVIXVEUTWV O€ TINEG YOVIBIOKAG ékppaong. AuTh n pEBOdOG cival dIOPOPETIKA
ammo TIg hEBOdouUG TnG Affymetrix, €mmeidri ayvoei evieAwg TIG TIUEG TwV
avixveutwv MM (Bolstad et al., 2005 ; Irizarry et al., 2003b) O1 epeupéTeg TOU
aAyopiBuou utrooTnpiCouv 611 o1 avixveutég MM ei0ayouv TTEPICOOTEPO BOPURO.
MapdT avayvwpifouv OTI o1 avixveutég MM TTapEXOUV XPrOILES TTANPOYPOPIEG,
MEXPI TN OTIYMN TNG dnuoaicuong TnG ueBddou, dev Bprikav KATTOIO TTAPAYWYIKO
TPOTTO  yia  va Toug xpnoligotroioouv. O aAyoplBuog  Asitoupyei
TTPooapUOloVTag Ta OrRuaTa yia 1o B6pufo uTToRBABPOU PE PIa TTPWTOYEV
KAipaka €vraong, n omoia dev odnyei o€ apvnTIKEG TIMEG BIGPBwONG
utToBGBpOoU. 2Tn cuvéxela AapBaveral n logz yetaoxnuatiopévn Tiun KaBs PM
avixVveuTr, OlopBwuévn amd 10 B6pufo utToRABpOoU, Kal AUTEG Of TIUEG
KOAVOVIKOTTOIOUVTAl  XPNOIYOTIOIWVTOG  KAVOVIKOTIOINON TTo000TNUopiwyv. H
avaAuon TwV PIKPOCUCTOIXIWYV TTPOG £¢ETACN, BIECAYETAI OTN CUVEXEIQ ETTI TWV

TTOOOOTNHOPIWV.

GeneChip RMA (GC-RMA)

O aAy6piBuog GCRMA BagiCetal o€ peyaho Babudé otov RMA kal otnv
TPayMaTIKOTNTA diapépel pOvo oT1o BApa d10pBwaong uttoBdaBpou  OTTOU
XPNOIMOTIOIEI TIG AKOAOUBIEG TWV AVIXVEUTWV Yyia va ekTIunOei 10 uTTORAbPO
KaAUTepa. ETTiong, o avixveutég MM puBpifovtal av@Aoya hE TRV OUYYEVEID TWV
QAVIXVEUTWYV KOl JETA Ol TINEG TOUG a@aIpoUVTal atTd TOuG avixveutég PM. Autd
odnyei oe PeATiwuévn oTOXEUOn OTNV avaloyia peyéBoug, aAAd €1¢ BApog
oplokd XaunAdTePNG akpipeiag.

Frozen Robust Multi-Array Analysis (fRMA)

O aAyopiBpoc FRMA atroteAei pia BeAtiwon Tou aAyopiBuou RMA, atrd

Toug idloug dnuioupyoug (McCall et al., 2010). MpooTraBei va KaAUWel Ta Keva

Tou RMA 0¢ TTepITTTWOEIG OTTOU OTa deiyuata TTPETTEI va Yivel TTeCEpyaaia

ATOMIKA 1] 0€ PIKPEC OPAdEG 11 OTaV OUANOYEG OEOOUEVWV TTOU £XOUV UTTOOTEI
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geXwpIoTh TTposTTeCEpyania dev eival ouykpiolyeg petagu Toug. O fRMA,
ETMTPETTEI TNV AVAAUCH OEIYUATWY ATOPIKA I OE MIKPEG OPADES KAl OTN CUVEXEID
ouvouadel Ta dedopEVA YIa TNV EKTEAEDN TNG avAAuong. Baailetal TTavw o€ ndn

utToAOYIoPEVA OEDONEVA HIKPOTUOTOIXIWV ATTO dNUOOIEC BACEIC OEQOPEVWIV.

Single Channel Array Normalisation (SCAN)

O aAyopiBuog SCAN atroteAei pia péBodo TrpoeTTeEepyaaciag yia
MovokavaAikEG pikpoouoTolxies (Piccolo et al., 2012) kai To KUPIO TTAEOVEKTANA
TOU €ival OTI TTPOCTTABEI va KOAUWEI yIA TIG TEXVOAOYIKEG TTPOKATAANWEIG KABWG
Kal GAAOUG TUXQIOUG TTAPAYOVTEG TTOU PTTOPEI VA TTPOKUWOUV KATA T SIAPKEIQ
TEIPAPATWY HiIKpoouoToixiwv. O SCAN KavoviKoTTolEi KABe MHIKpoouaTolyia
aveEdpTnTa aTTd TA UTTOAOITTA BEiyPaTA TNG CEIPAG YIa auTo Kal TTpoTIdTal OTav
XpnoigoTtroloupe dgiypata atmd TTOAAG dIa@OPETIKA TTeipduaTta. MepioooTEPES

AetrTopépeleg yia Tov SCAN ava@EpovTal 0TO avTioTOIX0 KOPUATI Twv MeBOdwv.

Minimum Information About a Microarray Experiment (MIAME)

O1 eAdxioTeg TTANPOYOPIES yIa éva Treipapa pikpoouaToixiwv (MIAME) givai
MIa Kolvi} YAWO O yia TV avaTtapdoTach Kal TRV ETTIKOIVWVIA TwV 0eO0UEVWV
MIKpoouaTolxiwv (Brazma et al., 2001). MepiAapBdavouv TTANPOQPOPIES OXETIKA
ME TO OUVOAIKO TTEIPAPATIKO OXEDIQOUO, TO OXEOIAOUO TNG MIKPOOUOTOIXiag
(dnAadry avayvwplion Tou KABe aviXVeUuTr) o€ KABE HIKpoouoTolxia), Tnv
TIPOEAEUCT) TOU KABE aviXVveuTr Kal TN gEB0dO orjpavong, TIG dIadIKATIES Kal TIG
TTAPAPETPOUG UBPIBIOUOU Kai TIG SIadIKaCie HETPNONG (CUUTTEPIAQUBAVOUEVWV
Twv peBSdwvY Kavovikotroinong). Ta £€1 o kpioiya oToixeia Tou MIAME ecivai
TA TTAPOKATW:

e [lpwtoyevnr dedopéva K&Be uBpidiouou (11.X., apxeia CEL p GPR)

e EmeCepyaopuéva (kavovikotroinuéva) Oedouéva yia TO OUVOAO Twv
UBpPIBICUWY OTNV TTEIPAPATIKA MEAETN (TT.X., O Trivakag OedouEVWV
YyoVIOIOKNG €K@PaoNG TIOU XPNOIUOTTIOIEITal yia va e€gaxBouv Ta
oupTTEPACHATA OTTO T MEAETN)

e Baoikoi oxoAlaopoi Twv OEIYUATWY, CUUTTEPIAAUPBAVONEVWV  TwV
TTEIPAPATIKWY TTOPAYOVTWY KAl TwV TIMWYV Toug (TT.X., oucsia Kal d0on o€

TTEipapa atmokpIong o€ dOon)
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e [leipapatikGG OXeDIOOPOG, OUUTTEPIAGUBAVOUEVWY  TWV  OXECEWV
OEIYUATWY KOl OEBOUEVWY (TT.X., TTOI0 APXEID TTPWTOYEVWV BEBOUEVWV
OoXeTiCeTal pe TTOI0 OLiyua, TTOI0I UBPIBIOUOI Eival TEXVIKEG KAl BIOAOYIKEG
ETTAVOARYEIG)

e ETOPKNG OXOAMOOPOG TNG HIKPOOUOTOIXiOG (TT.X. avayvwpIoTIKA
yovidiou, YOVIOIWMATIKEG OUVTETAYMEVEG, aKoAouBieg
OAIYOVOUKAEOTIOIKWY QVIXVEUTWV 1 apIiBudg KATAAOYOU E€UTTOPIKWV
MIKPOOUGTOIXIWV)

e Baoikd TTpwTOKOAAO €pyaOTNPIAKNG ETTEEEPYATIAC KOl ETTECEPYATIAG
o0edopévwy (TT.X., TTola HEBOOOG KAVOVIKOTTOINONG £XEI XPNOIKMOTTOINBEI

yia TN AQEn Twv TEAIKWYV ETTECEPYAOTHEVWY OEOOUEVWIV)

H Baon dedopévwy Gene Expression Omnibus (GEO)

H Bdon dedouévwv Gene Expression Omnibus (GEO) (Barrett et al.,
2013) tou NCBI xpnoiyetel wg dnudcio KAataBeTApIo yia éva eupUu QAacua
TEIPAPATIKWY  dedopévwy  UWNAAG  amédoong. Autd 1o dedouéva
mepIAauBavouv  TreipdpaTta povokadvaAwv (GeneChip 1ng Affymetrix) kai
OIkavaAwv (cDNA) pikpoouaToixiwv mMRNA, yovidiwuaTtikou DNA, TTpwTeivwy,
Kal GAAWV TEXVIKWYV OTTWGS N oeIplakr avaAuaon ékgpaong yovidiwv (SAGE), n
QPACUATOUETPIA MACAG TTPWTEIVIKWY OedoUEVWY Kal n HEBOdOG €Upeong
aAAnAouxiwyv  etrépevng  vevidg. EmmimmAéov oxeddv Travia  padi pe Ta
emegepyaopéva  dedopéva  uwnAig amdédoong, KatartiBevralr KAl Ta N
emmegepyaopéva (TTpwTtoyevn) avriotoixa dedopéva TouG. 210 PBACIKO €TTITTESO
opyavwong Tou GEO, utrdpyxouv T€00€pIG Bacikoi TUTTOI ovToTNTAG. OI TTPWTOI
TpEiG (Aciypa, MAaTEOPUA, Kal ZEIpd) CUUTTANPWVOVTAI KAl TTAPEXOVTAlI OTO
GEO a116 Toug XproTeg. To rpoowTtrkd Tou GEO katapTtiCel Kal ETTIMEAEITAI TOV

TETAPTO TUTTO, TO ZUVOAO AeOOPEVWV, XPNOIUOTTOIVTAG TO OEQOUEVA TTOU £XOUV

uttoBANBEi atd Toug XproTeg (Eikova 5).
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/ GPL2 ;

Jesm1/ / /esmz/  /Gsm3/ /asma/  /csms/  /cswe/

GSE1 GSE2
Eikéva 5 - Avammapdaraon twv eyypaewv tng Baong dedouévwyv GEO

MAarpodppeg (Platforms)

Mia eyypa®ry TTAQTQOPHOG TTEPIYPAPEl  TA  XAPOKTNPIOTIKA TNG
MikpoouaoTolxiag (1m.X. CcDNA, probe sets oAlyovoukAeoTidiwyv, OREFs,
QVTIOWMPATA), TOV KOTAAOYO TWV OTOIXEIWV TTOU PTTOPOUV VA aviXVeEUBOUV Kal
TTOCOTIKOTTOINBOUV 0€ auTtd TO Treipapa (T1.X., uttoypa@éc SAGE, metTidia),
KATT. KaBe eyypagr MNAaT@opuag €xel évav Povadiko Kal oTtafepd aplOuo
kataxwpnong GEO tou gekivael ravra pe t1a ypaupata “GPL” kal akoAouBeitai
ammdé apiBuoug (t.x. MAatedépua GPL96 Ttrepiypd@el TNV PIKPOOUGTOIXIA
Affymetrix Human Genome U133A). H MAat@épua YTTopeEi va TTapatréUTTel o€

TTOAAG Beiypata TTou €xouv UTTORANBE atTd dIGPOPOUS XPrOTEG.
Acgiyparta (Samples)

Mia eyypagr Aciyuatog treplypd@el TNV TTPoEAEUOn KABE EexwpioToU
OciyuaTog, Ta TEIPAUATIKA TTPWTOKOAAA OUAAOYAG, €KXUAIONG, OrRuavong,
UBPIBICUOU Kal 0Apwaong, TNV UTTOAOYIOTIKA €TTeéepyacia Twv An@BEvTwv
TTpwToyeVWY Oedopévwv KaBWGS Kal TN YETPNON TNG agboviag kKaBe oToixeiou
TTOU TTPOKUTITEl TTO TO O¢iyua. KaBe eyypapn Aciyuatog £xel évav povadikod Kal
o1aBepd apiBud kataxwpnong GEO Ttrou gekivael TTavta pe Ta ypdpuara “GSM”
Kal akoAouBeital ammd apiBuoug (1m.X. GSM845740). KaBe Aciypa trpétrel va
TTOPATTEUTTEI O€ IO JOVO MAaTt@opua Kal ITTopEi va CUPTTEPIANGOEI o€ pia n
TTEPICOOTEPEG 2 EIPEG.

2eIp€g (Series)

Mia eyypaon Zeipdg kabopilel pia ouAoyh AglyudTwy TTOU aviKouv O€
Mo opdda, e€nyei TTwG oxeTiCovtal Ta deiypaTa Kal TTwg dieuBeTouvtal. H Zeipd
€ival To KOPRBIKG onWEio TNG TTEPIYPAPAG TOU TTEIPAPATOS CUVOAIKA. O1 eyypagEg

TWV ZEIPWV PTTOPEI ETTIONG VA TTEPIEXOUV TTIVAKES TTOU TTEPIYPAPOUV EayOuEVa
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0edOPEVA, OUVOTITIKA CUPTTEPACTHATA, | avaAuoelg. KaBe eyypagr] Zeipag €XEl
évav povadiko kal oTabepd apiBuod GEO Ttrou Eekivagl TTavra he Ta ypAauPoTa
“GSE” ka1 akoAouBeital atmréd apiBpoug (11.x. GSE34248) kai eTTiong, ytropei va
TepIAauBavel AciypaTta atrd d1a@opeTIKES MNMAATPOPUEG.

20voAa Asdopévwy (Datasets)

Ta Zuvoha Aegdopévwv GEO eival emipeAnuéveg opddeg Aciyudrwyv
GEO. Mia eyypapry ZuvoAou Aedopévwy gival pia guAhoyr atmd BioAoyikd Kal
OoTATIOTIKA OUuyKpiolga Aciypyata GEO kai atroteAei T BAon 1Tng oouitag
O1adIKTUOKWY epapuoywyv Tou GEO Twv gpyalgiwv avaAuong Kal TTPoBOARG
oedopévwy. Ta Aciyuata KéBe Zuvolou AeBOUEVWY AVAKOUV OTTOKAEIOTIKA O€
pia MAateopua. Or TINEG TwV PETPACEWY YIa KABe Atgiyua TTOU QVNKEl O€ €va
2UvoAo Aegdopévwy uttoAoyifovtal i TAUTOONPO TPOTTO, ONAAdH, TTAPAYOVTEG
OTTWG n eTmegepyacia UTTOPBABPOU KAl N KAVOVIKOTTOINON €ival KOIVEG O€
OAOKANPN TNV OuAda dedOUEVWYV. ETTITTAEOV TTANPOYOPIES TTOU AVTAVAKAOUV TOV
TTEIPAPATIKO OXedIAONO, TTapéXovTal HECW UTTOOUVOAWYV Acglyudtwy. H KdBe
eyypagn Zuvolou Aedouévwy £Xel Evav Hovadiko Kal oTaBepd apiBud GEO tTou

gekivagl Tavra pe ta ypauparta “GDS” kal akoAouBegital atrd apiBuoug.
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H Bdon dedopévwv GTEX

To GTEx (Genotype-Tissue Expression) gival £éva epeuvnTIKO £€pY0 TTOU
EXEI BNUIOUPYNOEI JIa TPATTECA I0TWV Kal Jia oXeTICOuevn Bdon dedopévwy yia
TNV ETTICTNPOVIKY KOIVOTNTA, YIA TN UEAETN TNG OXEONG METAEU TNG YEVETIKAG
dlapopOoTToinONG KAl TNG  YOVIOIAKNG €KPPAONG OTOUG WN  VOOOUVTEG
avBpwtrivoug 10Toug (GTEX Consortium, 2013). O otoxog Tou GTEX €ival va
KaBopioel TTWG N YEVETIKA dla@opoTroinon eTNPEAlel TNV QUOIOAOYIKR YOVIOIOKA
€KQPOON OTOUG avOPWTTIVOUG I0TOUG Kal TEAIKA va EKTIMACEI TTWGS QUTA N OXEon
ouvOEeTal YE TNV avATITUEN KATTolag aoBévelag. Na Tnv eTmiTeuén autou Tou
OTOXOU, TO TTPOYPAUMO OUAAEYEl TTOAAATTAOUG OIA@OPETIKOUG avBpwWITIVOUG
I0TOUG aTTd KaBEvav aTTd TOUG EKATOVTADEG DOTEG, OTTONOVWVEI VOUKAEIKA OLEa
aTTO TOUG 1I0TOUG Kal dIEAYEl YOVOTUTTIKI avAAucor, avaAuon TTPo@iA yoviBIaKAg
ékppaong, aAAnAouxnon oAOkAnpou Tou yovidiwuaTog, aAAnAouxnon RNA kai
avaAuegl Ta OedopEVA WOTE va TTPOCDIOPICTOUV Ol YEVETIKOI TOTTOI TTOCOTIKWV
XOPAKTNPIOTIKWY TTou oxeTiovral e TNV ékgpaon (eQTL). O1 emoTtnuoviKoi
OTOXOl TOU TIPOYPAMUMOTOG OTTAITOUV Ol O0TEC Kal Ta BIOUAIKA TOoug va
TTapouciddovTal Xwpig £voeign aoBéveiag (Carithers et al., 2015).
Ol CUOXETIOPOI PETALU TOU YOVOTUTTOU Kl TwV EMITTEOWV EKPPACNG TWV
yovidiwv TTou givai €I8IKA yia Tov 10T, Ba fonbrioouv OTOV EVTOTTIONO TTEPIOX WV
TOU YOVIDIWMPATOG TTOU ETTNPEACOUV TO AV KAl TTOOO eKQPACeTal £va yovidio. To
GTEx Oa PBonBrioel Toug €peuvnTéG va KATAVOAOOUV TNV KANPOVOUIKN
evaiobnoia oe acBéveieg kal gival pia TPATTECA I0TWV Kal pia Bdon dedouévwy
yIa TTOANEG HEAETEG OTO PEAAOV.
Mapd Tnv Taxeia TTPOOOO TIOU €xel EMITEUXOEI XPNOIMOTTOIDVTAG MEAETEG
YEVETIKAG OUOXETIONG o€ yovIDlIwuaTIKr KAipaka (Genome Wide Assossiation
Studies - GWAS) yia Tov eVTOTTIONO TWV YEVETIKWY AAAQYWV TTOU CUVOEOVTAI UE
TIG KOIVEG a0B€vVEIEG TOU avBpwWTTOU, OTTWGS Ol KaPdIaKES TTABNOEIG, O KapPKivoc,
o d1IaBATNG Kal TO AoBua, N PeYAAn TTAEIOWN@Ia AUTWY TWV YEVETIKWVY aAAaywV
BpiokeTal £Ew aTTd TIG TTEPIOXEG KWOAIKOTTOINONG TTPWTEIVWV TwV YoVISiwVv Kal
OuUXVA akOun Kal €KTOG TWV idlwv Twv yovidiwy, KaBioTwvTtag dUOKOAN Tnv
QViXVEUON TWV YoVIBiwV TTou €TTNPEAlovTal Kal e TToI0 unxaviouod. H TTARpng
avayvwpion Twv avBpwtmivwvy eQTL B8a cupBdaAAel onuavtikd oTov

TTPOCOIOPIOKO TWV YoVIOIWV TWV OTToIWV N €KPpacn etrnpedletal amd Tn
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YEVETIKI TTOIKIAOMOP®Ia Kal Ba atroteAEoel TTOAUTIUN Bdon yia va PeAETNOEI O
MNXQVIOPOG TNG YOVIDIOKAG puBuiong.

To Tpoypapua Ba TrepihauBavel etmiong dlaBouAeucn Kal €peuva yia Ta
BionBik& {nTAuaTa TTOU AVOKUTITOUV aTTd TNV €PEuvd, UTTOOTAPIEN yia Tnv
QVATITUEN OTATIOTIKWY PEBGOWYV Kal TN dnuioupyia piag BAong OedOPEVWV VIO
TNV KOAUYN TwV UQPIOTAPEVWY OedoPéVwY Kal Twv dedopévwyv eQTL TTou
TapdyovTtal amd 710 GTEX. H Bdon dedouévwy Ba emITPETTEI OTOUG XPAOTEG va
BAéTTouv kal va Aaupdavouv Ta uttohoyioupéva arroteAéopata eQTL kai Ba
TTapEXEl éva oUOTNUA €AEyXOPEVNG TTPOOPBACNG YIa TOV TTPOCBIOPIOHUEVO
YOVOTUTTO, TNV €KPPACN Kal Ta KAIVIKG O€OOUEVA ATOUIKOU ETTITTEOOU. TO OXETIKO
QTTOBETAPIO 1I0TWV Ba XPNOIYEUEl ETTIONG WG TTOPOGC YIa TTOANEC TTPOOBETEG

avaAUoElg.
MNapaywyn kai d1a0son dedopévwv

lNa Adéyoug tTrpooTaciag TnNG IBIWTIKOTATAG, N TTOAMITIKA TNG NIH gutTodiEl
TN d1G0e0N TWV TTPWTOYEVWY OedOUEVWV PNECW TNG TTUANG Tou GTEX. Autd Ta
oedopéva gival dlabsoipa yéow Tou dbGaP (Tryka et al., 2014) kai Twv SRA
(Kodama et al., 2012) petd atrd aitnon. ZnueIwveTal OTI QUTOI TTOU PITTOPOUV va
Kdvouv aitnon yia mpéofacn oTta TTpwrtoyevr) dedopéva eival ol AVWTEPOI
gpeuvnTEC (TTPETTEN va gival HoviIPol UTTAAANAOI Tou 1I6pUPATOG TOUG O€ ETTITTEDO
I00OUVANO PE KaBNyNTr TTPOYPANMPATIONEVNG TTAVETTIOTNMIOKNG OTABIOOPOUIag
l aQVWTEPO ETIOTAMOVA HE KaBAKovta TTou TmlavoTata TrepIAauBAavouy Tn
dloiknon kai TNV miRAewn epyacTtnpiou) kai ol epeuvnTéC TNGS NIH.
Movo apxeia BAM givai diaBéoiua oto dbGap, aAAd gival eUKoAo va TTapaxbouv
Ta FASTQs atmd autd xpnoigotrolwvTtag Ta epyaAcia Picard (Broad Institute,
2020).

Aedopéva éEkppaong

Ta dedopéva EKQPAONG TTOU TTapEXOVTal Eival Ta £EAG:

e lllumina TruSeq RNA sequencing
o Affymetrix Human Gene 1.1 ST Expression Array (V3; 837 samples)
MovoTutrika dedopéva

Ta yovoTuTrika dedouéva TToOU TTapEXOVTaI €ival Ta €EAG:

e Whole genome sequencing (HiSeq X; first batch on HiSeq 2000)
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e Whole exome sequencing (Agilent or ICE target capture, HiSeq 2000)
e lllumina OMNI 5M Array or 2.5M SNP Array

e lllumina Human Exome SNP Array

MéBodoi1 avdaAuong

To RNA-seq ekteAéoBbnke pe Tn xprion tou lllumina TruSeq library
construction protocol (non-stranded, polyA+ selection) (lllumina, 2014). To
oAiké RNA TrocoTikoTIoIdnke Xpnaoipotrolwvtag To Quant-iTTM RiboGreen®
RNA Assay Kit kal kavovikotroiénke o€ 5 ng ava uL. ‘Eva kAdopa 200 ng yia
KAOe deiypa peTaQEPBNKE o€ TTapaockelaoua BIBAIOBNAKNG, TO OTToI0 ATAV HIa
auTtopatotroinuévn  TapaAAayrp Tou lllumina TruSeqTM RNA sample
preparation protocol (lllumina, 2010). AuTtr) n y€BodOG XPNOIPOTTOINCE OYaIPIdIa
oligo dT yia va emmAé¢el MRNA a1ré 10 dciyua oAikou RNA akoAouBoupevo atrd
Bpaucpuartotroinon pe BeppdTnTa Kal ouvBeon cDNA atrd 1o TpdTUTTo RNA. To
cDNA 110U TTpOéKUYE, £TTEITO TTEPACE OTTO TTpocToINaTia BIBAIOBNAKNG (TEAIKA
armokardoTacn, TPooBnRkn PBdaong A, Tpoécdecn  TTPOCAPHUOYEQ  Kal
EUTTAOUTIONOG) pe Xprion oxedlaopévwy atrd 1o Broad Institute, Trpocapuoyéwy
ME EUPETNPIACT), UTTOKATECTNUEVWY YIA TTOAUTTAEGIQ. META TOV EUTTAOUTIONO, Ol
BiBAI0BRKeS TToooTiKOTTOINBNKAV ue gPCR xpnoipotroiwvTtag To KAPA Library
Quantification Kit for lllumina Sequencing Platforms kai oTn ouvéxeia
ouykevTpwonkav 1oopoplokd. H 6An diadikacia O1e€AxOn oe TpuBAia 96
QpeaTiwv Kal OAOKANPN N avappoenon ME MIKPOCUPWVIO TTPAYMATOTTOINONKE
ME XeIPIoTEC uypwyv eiTe Agilent Bravo cite Hamilton Starlet pye nAektpovikni
TTapakoAoubnon kab’ 6An 1 didpkela TNG dladIKaoiag ae TTPAYUATIKO XPOVo,
ouptrepiAauBdavovtag  apiBuoug  TTapTidwy  avTidpacTnpiwy,  €I0IKEG
QUTOPATOTTIOINCEIG TTOU XPNOIMOTIOINBNKAV, XPOVIKEG OPPAYidES yIa KABE 0TAdIO
ETTECEPYOTIAC KAl TNG QUTOUATNG EYYPOAPNG.

O1  ouykevipwpéves  BIBAIOBRKEG  kavovikoToinBnkav o€ 2 nM  kal
atrodiatayxonkav xpnoiyotroiwvtag 0.1 N NaOH trpiv atré tnv aAAnAouxnon. H
evioxuon Tou CUPTTAEYHATOG KUTTAPWY PONG Kal N aAAnAouxnon diegrxbnoav
oUPQWVA PE Ta TTPWTOKOAAG TOU KOTAOKEUQOTHA XPNOIMOTTOIWVTAG €iTe TO HiSeq
2000 cite To HiSeq 2500. H aAAnAouxnon mapryaye avayvwoelig 76bp pe

euyapwuéva akpa Kal Eva KwIKa eupeTnpiou 8 Baocewv Kail dIECAXON UE OTOXO
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KaAuyng Twv 50M avayvwoewv (n dIduecog TTou emTelxbnke nrav ~82M

OUVOAIKEG aVaAYVWOEIG).

Mpoetregepyacia
2roixion RNA-seq

H otoixion pe 10 avBpwtivo yovidiwpa avagopds hg19/GRCh37
ekTeAéOONKE Xpnolgotroiwvtag 10 STAR v2.4.2a (Dobin et al.,, 2013),
Baoiopévo oto GENCODE v19 (Frankish et al., 2019). O1 uyn oToIXIOPEVEG
avayvwoelg diarnprnénkav oto TeAIKO apxeio BAM. Avaueoa oTIG TTOANATTAWG
XOAPTOYPAPNUEVEG AVAYVWOEIG, Hid avAyvwor ETTICNPAIVETAI WG KUPIA OTOIXIoN
ato 1o STAR. H diadikacia t1ng aToixiong eival diabéoiun otn dieubuvon:

https://github.com/broadinstitute/gtex-pipeline/tree/master/rnaseq

MovoTutikA avdAuon

O Tpoodiopiopudg aAAnAouxiag oAdkAnpou Tou yovidiwuatog (WGS)
Tpaypartotroidnke atmé 1o Broad Institute’s Genomics Platform oe dciypata
DNA amé 652 86teg GTEx pe péon kdAuwn 30X. Amd autd, 68 deiyuara
aAAnAouxnonkav atré 1o lllumina HiSeq 2000 xpnOIMOTTOILOVTAG AVAYVWOEIG JE
Ceuyapwpuéva dkpa 101 bp kai 584 odeiypatra amd 710 lllumina HiSeq X
XPNOIUOTTOIWVTAG avayvwoelg JeE Ceuyapwuéva akpa 151 bp. To DNA 10U
atmmopovweonke atmd deiyuata aigatog Tou CUANEXOBNKav atrd kabe d6tn GTEX
nTav n TpwTtapxIkr Tnyrp DNA 1Tou xpnoipgoTrointnke yia Tov TTpoodlopioud Tou
yovotuttou (~100 ng DNA ava &ciyua). Ta WGS BAM utropAibnkav o€
emegepyaoia péow piag diadikaoiag pe Baon 1o Picard xpnoOIMOTTIOILVTAG TNV
emavapaduovounon ¢ BaBuoloyiag TToIdTNTAG PAONG KOl TNV TOTTIKA
eTavacToixion o€ yvwoTtd indels. O1 avayvwoeic WGS oToixfbnkav pe 10
avBpwtivo yovidiwpa avagopds hg19/GRCh37 tmou dnuioupynbnke uE TO
BWA-MEM (Li, 2013). H koivr] kKAfon PeTAAAaéng ekTeAéobnke o€ OAa Ta
ociypara WGS xpnoigotroiwvrtag 1o GATK's HaplotypeCaller v3.4 (Poplin et
al., 2017). Ta moocooTd KAAoEWV avadAuong yovoOTUTTOU avda ATOUO LETTEPOCAV
10 98% vyia 6Aa Ta dciyuaTa Kal OAa Ta deiyuarta mEpacav EAEYXOUG YEVETIKWV
OAKTUAIKWV OTTOTUTTWHATWY Kal GUP@wViag @UAou. MNa va auénBei n roidétnta
METAAAAENG KAAOEwv, uTtoAoyioBnkav ol  TTOAvVOTNTEG  METAYEVEOTEPOU

YOVOTUTTOU VIO OAeC TIGC KAAOEIGC TTou Paciotnkav oTn ouxvotnta Twv

29



aAAnAGuopewyv ot1o 1000 Genomes Project Phase 3 version 1 kai ol
BabuoAoyieg TToIOTNTAG YOVOTUTTOU evnueEPWONKavV avaAdywg,
xpnoigotroiwvtag To GATK’s CalculateGenotypePosteriors.

MoooTtikotroinon 'Ekgpaong
MeTaypa@iko utrodelyua

GENCODE19, pe ovopata XpWHOOWUATWY TPOTTOTIOINUEVA VIO VO

TAIPIACOUV PE TA OVOUATA XPWHOOWUATWY Tou hg19.

ZUMTITUYMEVO YOVIOIOKO UTTOdsIypa

H troooTikoTroinon TnG £K@Paong OTo yovidiako emmiTedo BaAcioTnKe OTO
GENCODE 19, oupTtrtuyhévo og €va PJOVTENO atTAoU PETaypA@ou yia KABe
yovidlo  XPNOIYOTIOIWVTOG HIa  dladikaoia  CUMTITUENG  I0OMOPYNG, TToU
mepIAauBavel Ta akdAouba Bruara:

e ECaipédnkav Ta €¢wvIa TTOU AVAKOUV O€ PETAYPAPA TTOU OXOAIAoONKav

wg “retained_intron” kai “read_through”.

e Ta dlooTAuata efwviou TTOU ETTIKAAUTITOVTOI PéOa O¢ éva yovidlo

ouyxwveuonkav.

e O1 dl00TAUPWOEIG TWV BIACTNUATWY EEWVIWV PETAEU TWV YoVIdiwV TToU

ETMKAAUTITOVTOI ECQIPEBNKAV.

e Ta umoAermmopeva OlaOTANOTA  €Ewviwv  xapTtoypaerbnkav oTo
QVTIOTOIXO QVAYVWPIOTIKO TOUG YOVidIo Kal a1ToBnKeUTNKAV O€ HOPPr)
GTF.
O KwdIKAG yIa TV TTAPAYywWYrH TOU CUUTITUYHEVOU PovTéAOU gival dIaBEaipog
oTO:

https://github.com/broadinstitute/gtex-pipeline/tree/master/gene_model.

MoooTikoTroinon

lMoooTikoTToiNoN YoVIBIAKOU ETTITTEDOU: Ol HETPAOEIG AVAYVWONG Kal Of TIEG
TPM mapnxbnoav pe 170 RNA-SeQC v1.1.9 (DeLuca et al.,, 2012),
XPNOIUOTTOIWVTAG TA TTAPAKATW PIATPA O€ €TTITTEDO AVAYVWONG:
e O1 avayvwoelig yaptoypaerndnkav povooAuavIia (avTioToixion o€
TToI0TNTA XapToypdpnong 255 yia START BAMs).
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e O avayvwoelg atoixidnkav o€ KatdAAnAa Ceuyn.

e H amdoTtaon otoixiong avayvwong nrav < 6 (dnA. o1 oToixioelg dev

TIPETTEI VA TTEPIEXOUV TTEPIOCOOTEPES ATTO £€1 BACEIS UN-AVOPOPAQ).

e O1 avayvwoelg tepiExovtal TTAAPWG evidg TwWV opiwv Tou €efwviou.
Avayvwaoelg TTou ETTIKAAUTITOUV EC0WVIA OEV JETPHONKAV.
AuTa Ta QIATPa EQaAPPOCONKAV XPNOIUOTTOIWVTAG TNV TTAPAPETPO “-strictMode”
o1o RNA-SeQC. O1 miyég TPM 110U PTTOPOUV VA PETOPOPTWOOUV OEV £XOUV
KavoVvIKoTToInOei ] d10pBwOEi yia OAEG TIG HETARBANTEG.
TPM: H ék@paon yovidiwv kal yetaypdewyv oto GTEX portal TrapoucidleTal o€
METAypaga ava ekatopuuplo (Transcripts per Million), uttoAoyI{oueva wg:
-1
rew=3(Y%) 0
keT
OT1T0U N, €iVal 0 APIBUOC TWV AVAYVWOEWY VIO TO PETAYpagolyovidio t, I, ival
TO ATTOTEAEOUATIKO PUAKOG pETaypagou/yovidiou (Li et al., 2010). Na yovidia pe
hia 1copop®ry, TOo I, €ival OTTAWC TO WAKOC QUTAC TNG 100popeRc. lMa
EVAANAKTIKWG paTIopéva yovidia, AapBavoude To I, w¢ To PAKOS TNE EVWong
OAWV TwV YOVISIWMATIKWY OlooTNUATWY TTOU  QVTIOTOIXOUV OE  €€wvia
IOOMOPPWY TOU Yovidiou t, OTTWG TTPAYUOATOTIOIEITAI OTO TTAKETO AOYIOUIKOU

ERANGE (Mortazavi et al., 2008). T €ival To 0UVOAO TwV PETAYPAPWV/YOVIDiwV.
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DuloyeveTiKa dévTpa

H @QuAOyeVETIKN) €ival KOPPATI TNG OUCTNPATIKAG Kal TTPOOTTIadei Tnv
TTEPIYPAWEI TNV ECENIKTIKI TTOPEIA KAl TN oX€on METAEU OPYAVIOHWYV ] OJAdWV
OPYQVIOPWY. ZTNV QUAOVEVETIKEG MEAETEG, O IO BOAIKOG TPOTTOG yia vd
TTOPOUCIACTOUV OTITIKA Ol €CENIKTIKEG OXEOEIG AVAPECO O€ Mia oudada
OPYQVIOPWY, €ival JEOW ATTEIKOVIOEWVY TTOU OVOUALovTal QUAOYEVETIKA OEVTPA.
‘Eva  @uAoyeveTikO Oévipo atroTeAeital amd KOPPBoug, TTou O  KaBévag
QVTITTIPOOWTTEVEI Jia TagIvouIKA povada (€idn, TTAnBuouoi, dtopa), kal KAadid,
Ta OTT0Ia KABoPIfouv Tn OXEoN METAGU TWV TAEIVOUIKWY HOVAdWY WG TTPOG TV
KaTaywyr Kai Toug rpoydvoug Toug (Eikdva 6). ‘Eva kAadi utropei va ouvdéoel
OTTOIOUCONTTOTE dUO YEITOVIKOUG KOUPBoug. To poTifo Tng dlakAGdwong Tou
0évipou ovopddetal TOTTOAOYIQ, KAl TO MAKOG Twv KAAdIwV ouvhOwg
QVTITTIPOOWTTEVEI TOV ApPIBUS TwV aAAaywyv TTou €xouv eTTEABEI aTov KAADO. AUuTO
ovopaletal KAadi uttd KAiyaka. Ta d€vTpa uTtd KAiyaka ouxvd BaBuovououvTal
WOTE VA EKTTPOOWTIOUV TO TTEPACA Tou Xpovou. H Bewpntikh) BAon TETOIWY
OEVTPWYV gival €va ) TTeEpIccOTEPA UTTO avaAuon yovidla. Ta KAadid utropouv
ETTIONG VA €ival Xwpig KAipaka, TTou onuaivel 0Tl TO AKOG TWV KAABIWV BV gival
avAAoOyo HE TOV apIBPO TwV aAAaywV TTOU £€X0UV CUMBED, av Kal 0 TTPaYNATIKOG
apIBu6C ptTopEl va ava@EpeTal apiBunTik& KATTou oTo KAadi. Ta QUAOYEVETIKA
QEVTPa ITTOPOUV ETTIONG VA €ival PE 1 XwpPig pida. ZTa OEVTPA WE PICa, UTTAPXEI
€VaG OUYKEKPIPEVOS KOPPBOG, TTou ovoudadeTal pica, TTOU AVTITIPOCWTTEUEI £vav
KOIVO TTpOYOVOo, aTTO TNV OTToia £va JOVAdIKO HOVOTIATI OONYEi O€ OTTOIOVONTTOTE
AGAANO kOuBo Tou dévipou. Eva dévipo xwpic pifa kaBopilel uévo Tn oxéon
METALU TWV €1dWV, XWPIiG va TTpoodiopidel Evav KOIVO TTPOYOVO, I €CENIKTIK

TTopEia.
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Eikova 6 — Aoun evog amrAoU QUAOYEVETIKOU OEVTPOU

DuloyeveTIKA avaAuon

PuAoyeveTikr} avaAuon ovopuddeTtal n diadikaoia eKTiuNoNG TWV €CEAIKTIKWV
OXEOEWV TWV OPYAVIOUWY, MECA aTTd TN MEAETN TWV AVTIOTOIXWV BIOAOYIKWV
aAAnAouxiwv Toug (Bagos, 2015). BéBaia, TTépa amd Tnv EMOTAMN TNG
QUAOYEVETIKAC Twv €1dwyv, eivar duvatév va Onuioupyndouv @QUAOYEVETIKA
OEVTPA Kal 0€ AANEG TTEPITITWOEIG, OTTWG PETAEU TTPWTEIVIKWY aAAnAouxIwy N
yovidiwv, pe Bdon TV opoldTnTa OTnV £KQPAOCT] TOoug. YTTIApXouv TTOAAOI
aAyopiBuol, TTpoypduuata Kal JEBOdOI yia TNV €KTEAEON MiAG (PUAOYEVETIKAG
avaAluong. Aappdvovrag utr oywn To €ido¢ kal Tov OykKo Twv dIaBETINWY
OEDOUEVWV, TT.X. VOUKAEOTIOIKEG OKOAOUBIEG, TTIVOKEG ATTOOTACEWYV KATT., KABWG
Kl TO avTioToIXO BIOAOYIKO EpwTnUa TTOU BEAEI 0 KABE £pEUvVNTHG va ATTAVTAOEL,
UTTApXEl MEYAAOG OYKOG HEBOOWV TTpog Xpron Ta TTAEOVEKTAuATA Kal Ta
MEIOVEKTAMOTA QUTWV Twv O1a@opwyv HeEBOdwYV €ival avTIKEIPEVA TTOAAWV
ETTIOTNUOVIKWY OlIOPWVIWY, YIaTi 0 KivOuvog Tng dnuioupyiag AavBaouévwy
ATTOTEAEOUATWY Eival HPEYAAUTEPOG OTNV UTTOAOYIOTIKY) HOPIAKK QUAOYEVETIKA
ammd OTI ge€ TOAAOUG GAAoug Topeic TG emoTAuNS. O1 BaoikES apxEC NG
QUAOYEVETIKAG avAAUONG, JTTOPOUNE VA TTOUME OTI OTNPICOVTAI O€ HEPIKES OTTAEG
TTapadoxég (Brinkman and Leipe, 2001):
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OTtroiadnTrote opdda opyaviopwv () aAAnAouxiwy) TTPoEPXETal OTTO
KAtrolov Koivd Tpdyovo pEow TnG €EENIENG. Av o1 opyaviouoi (i ol
aAAnAouxieg) gival TTOAU dIaQOPETIKOI, O KOIVOG TTPOYOVOG UTTAPXEI GAAG
BpiokeTal TTOAU TTiIOW OTOV €GEAIKTIKO XPOVO.

Ymrapxel dixaAwtd 1poTutto oTnv €géAign. H diadikaoia Tng €¢ENIGNG
odnyei TTavta o€ dIXOTOPNON £VOG €idoUG A piag aAAnAouxiag, €Tl WOTE
va dnuioupyouvTal dUo Bpaxioveg KATW atro £vav KOURO.

AN\ayA oTa TTaPATNPACIKA XAPOKTNEIOTIKA TWV OPYAVICHWY EUPavieTal

META TO TTEPACHA TTOAAWYV YEVIWV.

Mia @UAOYEVETIKI) avAAUCT Kal KATAOKEUN OEVTPOU QTTOTEAEITAI ATTO TECOEPQ

OIaKPITA onueia:

Mia TToAAaTTAR oToiXIon. ATTé auTrv ¢ekivave OAa, Kal OAa Bacifovtal o€
auTh. Av n apxiki oToixion €ival AdBog, OAeG oI TTapakATw avaAuoeig Ba
gival emo@aAeic. I’ autd, TTOANEG QopEC xpelddeTal euTTelpia Kal dia
XEIPOG eTTECEPYATia.

KaBopiopdg Tou poviéAou avTikatdotaong, dnAadr Tou pabnuatikou
MOVTEAOU TNG €EEAIKTIKAG aAAayng. AuTth eival pia amaitnon Twv
TTEPICTOTEPWV HEBOOWYV, Kal xpeldleTal 1IBIaiTEPN TTPOCOXN, KABWG £va
atmmAG POVTEAO WTTOPEI va KAVEI €UKOAOUG TOUG UTTOAOYIOUOUG OAAG
MTTOPEI va unv ival peaMIoTIKO.

KaTtaokeur) Tou O€vTpou. Z& auTd TO ONWEIO, UTTAPYXOUV Ol BACIKOTEPES
dlagpopoTroifoelg Twv aAyopiBuwyv. Katmoieg pébodol eival ypriyopeg,
GAAeG TTI0 XPpOovoRopeg, AAAEG KAVOUV TTEPICOOTEPEG UTTOBEDEIG K.O.K.
A&loAéynon Tou dévipou. APOoU To BEVTPO KATAOKEUQOTEN, TTPETTEI va
UTTAPXEl Kal €vag TPOTTOG va UTTOAOYIOTEN N agloTTioTia Tou. AvaAoya pE
TN MEBODO KATAOKEUNG, KAl UE TO XPNOIMOTTOIOUPEVO AOYIOUIKO, UTTOPEI
VO UTTAPXOUV Kal OIaQOPETIKOI TPOTTOI €AéyXOUu TNG afIOTTIOTIAG TOU

OEVTpOU.

M£BodoI KATAOKEUNG BEVTPWYV

O1 uéBodOI KATAOKEUNG QUAOYEVETIKWYV OEVTPWY KaTaTtdooovTal o€ dUo

Katnyopieg, TIG peBOdoUG Paociopéveg otnv ammdédoTacn Kal OTIG PEBODOUG

Baocliopéveg OTOUG XOPAKTAPESG. 2TV TTapoucd €pyacia, WTTOPoUV Vva
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XPNOoIhoTToINBoUV Yovo o1 EBodOI TNG aTTOOTACNG, KABWG N CUCXETIONG JETALU
OEIYUATWY | HETAEU YOVIBIWV YIVETAI PE TN XPON TOU CUVTEAEOTH OUOXETIONG
Pearson, mou e€v TéAel TTapdyel €vav TTivaKA OTTOOTACEWV TIoU  Ba
Xpnoigotroindei atrd TIg avTtioToixeg HeBGdoUG. MapoAa autd ava@EPOUNE Kal

TIG MEBAOOUG TWV XAPAKTHPWV.
MéBodoi1 Baciopéveg OTNV ATTOOCTAON

O1 uéBodor autoi uttoAoyiCouv £vav TTiVaKa ATTOOTACEWV yia OAa Ta {euydpia
TWV QVTIKEIYEVWY  (€idn, aAAnAouxieg, yovidla, KATT.) Kal OTn OUVEXEId

KATOOKEUALOUV TO DEVTPO pE BAon auTdv. Exoupe Tig €6AG peBOdOUG
e UPGMA

H UPGMA (Unweighted Pair Group Method with Arithmetic mean 1
MéBodog Opadotroinong AoTadunTwy Zeuywv pe ApiBuntikoug MEooug
Opoug) opilel TNV atréoTaon petagu duo ouddwyv (Clusters) va eival n péon
amrooTaon peTagu Ceuywv (Sokal and Michener, 1958). AvAkel 0Tnv KaTnyopia
TWV  aAyopiBuwyv 1EpapxIKAG opadotroinong, Mia PEBODOG  OTATIOTIKAG
OoMadOoTToINONG TTOU TTPOCTTABEI va dNUIOUPYNOE! hia IEpapxia atrd ouadeg, YE
TIPOOEYYION ATTO «KATW TIPOG Ta TTAVW», dnNAAdr gekIvagl dNPIOUPYWVTAG
opddec yia kaBe Trapatipnon (Celyog avTiKEIEVWV/yovidia) o1 OTToiEg
evwvovTtal 600 aveBaivoupe oTnv igpapyia, Tavra pe Badon tnv améoTacn Twv
QVTIKEIMEVWY METAEU Toug. ApXIKA uTttoAoyileTal n opdda e 1O CeUYOG
QVTIKEIMEVWYV TTOU €XOUV TNV MIKPOTEPN aTrdéoTacn KAl UTTOAoyideTal €vag
KaIvoupylog TTivakag atmmooTdoswy Pe BAon tnv koivly atméoTacnh NG ouddag
amdé Ta GAAa @UAAa. Aut n diadikacia ouveyiletar péxpl 1o TéAoG. O
aAyopiBuog kataokeudlel dévipa Pe pila og Xpovo Tng Tagng tou O(n?). H
OuYKeKpIPEvn €kdoon TNG pEBOdou UPGMA ovopdadetal Average Linkage Aoyw
TOU YyeyovOoToG OTI emAéyeTal n péon amooTacn MeTatu Twv Ceuywv
avTIKEIuEVWY. AvtioToixa €xoupe: Tnv Simple Linkage oOtmou emmAéyeTal n
MIKPOTEPN aTTOOTACN €K TWV OUO aVTIKEIUEVWY Tou {euyoug kKai Tnv Complete
Linkage otrou emAéyetal n peyaAutepn. EmmmAéov, n UPGMA Ttrapdyel €§
‘'opIoPoU OEVTpa OTa OTToia IoXUEl N TTPOCBETIKA 1810TNTA. Me auTd, EvvooUlE
0évTpa OTa OTToia N aTréoTacn OUO OTTOIOVONTIOTE AKPWY, €ival ion PE TO

G0pOICUA TWV PUNKWYV TWV OKPWY TToU Ta ouvdéouv. TEAOG N atméoTaon OAwv
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TWV QUANWV a1td TN pica civai n idia, TTPAyPa TTOU OQEIAETAI OTNV UTTOBECN TOU
oTaBEPOU PUBPOU €CENIKTIKWV AAAAYWYV, N OTTOIA €ival YVWOTH WG TO « JOPIAKO

POAOI».
o« WPGMA

H WPGMA (Weighted Pair Group Method with Arithmetic mean 1
MéBodog Opadotroinong ZT1abuiopévwy Zeuywv pe AplBunTikoug MEooug
Opoug) civai idia pe T pEBodo UPGMA, pe Tn uévn diagopd 611 Trapayel dEvipa
e Bapn.

e Neighbor-Join

H uéBodog évwong yeirovwy (Neighbor Join - NJ) (Saitou and Nei, 1987)
KATATAOOEl TO AVTIKEIYEVA O€ CeuydApIa, XPNOIKMOTTOIWVTAG Ui TPOTTOTTOINUEVN
aTTOOTOCN, YIO VO Bpel TEAIKA Ta TTIO «YEITOVIKAY. 2T CUvéXEla, Ba evwoel Ta
OUO eTTOPEVA KAODIA e avTioTolxo TpoTT0. H NJ TTapdyel QUAOYEVETIKA dEvTpa
XWPIG pifa aAAG yia TNV eUpeCn QUTAG UTTOPOUUE VA XPNOIKOTTOINCOUNE Oav
onueio ava@opds éva «akpIvo» avTikeipevo (ewoudda - outgroup) To OTTOIO
Eépoupe Ot PBpiokeTal TTOAU pokpid o€ atrdéoTacn amd ooca egetdocaue. H
MEBODOG cival TTOAU ypriyopn, Kal auto TNV KAVEl EAKUCTIKI, €10IKA Y1 aVAAUCEIG
MEYAAWV OUVOAWYV BEBOPEVWV 1 VIO EQAPUOYH OTATIOTIKWY TEXVIKWV OTTWG TO
bootsrap. ¢ ouUykpion pe v UPGMA, c€ivar mo apyr}, aoAA& autd

avTioTaBuileTal ammd TNV XaAdpwaon TNG ATTaiTNoNG TOU «OPIaKOU POAOYIOU».
e Fitch-Margoliash

H péBodog Fitch-Margoliash (Fitch and Margoliash, 1967) BaciCeTal oTn
OTATIOTIKA TEXVIKI TNG YPAMMIKAG TraAivopounong, dnAadr, TG eubegiag
eAaxioTwv TETpaywvwy. [MpakTIKA, avalnToupe TO OEVIPO, TA MHAKN TWV
Bpaxiévwyv TOou oTToioU Ba €Xouv TN MIKPOTEPN TETPAYWVIKN OTTOKAION TwvV
ATTOOTACEWY, 0¢ Oxéon pe OAa Ta TTOAVA PAKN MOVOTIATIWV. 2TIG OTEVA
OUOXETICOPEVEG aKoAouBieg divetalr peyaAuTepo Bdpog otnv  diadikagia
KATOOKEURG Tou OEVIPOU WOTE va KAAUQBei n aunuévn aaTtoxia oTov

UTTOAOYIOHO ATTOOTACEWY PETALU MOKPIVWYV AKOAOUBIWV.
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Mé£60odoI BaCIOHEVEG OTOUG XOPOAKTPES

O1 péBodol TTou Baacifovral oToug XapakTApeg (character-based methods),
oc avtiBeon pe TIC PEBOOOUG aTTOOTACEWV, OEv WETAOXNMATICOUV TIG
aAAnAouxieg, aAAd TIG XpNOoIYOTTOIoUV € OAn Tn dladIKacia TNG EKTiNNONG,
QVTIMETWTTICOVTOG QUTEG, OTTWG AKPIBWG €ival: aKOAOUBIEG dIAKPITWY CUNPBOAWV
atro éva TTETTEPACUEVO AAQAPRNTO, TT.X. OTIG VOUKAEOTIOIKEG akoAouBieg DNA
KAO€e VOUKAEOTIBIO gival pia KATAoTAOT. TO QUAOYEVETIKO BEVTPO TTPOKUTITEI ATTO
TNV €EETOON TWV EEENIKTIKWYV OXE€0ewv Twv akoAouBiwv Tou DNA o€ kdbe

VOUKAEOTIOIKN B€01. XwpifovTal o€ OUO PJEYAAEG KATNYOPIEG:
e  Méyiotng peidwAoTnTag (Maximum Parsimony)

O1  péBodol  pEyIoTNG  @EIBWAOTNTAG  KAvouv  OIAKPIoN  METAEU
TTANPOQOPIAKWY KAl PN-TTANPOQOPIaKWY B€ccwv OTIC aAAnAouxieg, ME TIC
TTANPOQOPIAKEG BE0EIC va €ival QUTEG TTOU TTAPOUCIAOUV TTOAUPOPPICHO
(UTTapgn TAvw a1rd duo €IdWV VOUKAEOTIOIWV) TOUAAXIOTOV OUO QOPEC.
E@apuoletal otnv €EENIKTIKN) BloAoyia TTpOoTOU va €UQAVIOTEI N POPIAKN
QUAOYEVEIQ Kal €XEI OKOTTO va £ENYNOEI TIG ECEAIKTIKEG DIAPOPES UE TO PIKPOTEPO
ap1iBud aAaywv. H pébodog yivetal Ao Kal o avakpIBrig 600 augaveral o
aApIBUSOG QUAAWY £VOG OEVTPOU. Z€ TTEPITITWOEIG PE TTAVW atTo 20 QUAAQ TTAéoV

ava@EePOUOOTE O€ EUPIOTIKA avalnTnon.
e Méyiotng mbavodveiag (Maximum Likelihood)

O1 péBodor péyiotng TmOavoPAvelag, XPENOIMOTTOIoUV éva EEKABapOo
MaONUATIKG PoVTENO yia TNV €¢ENIEN. O uttoAoyIoudg TNG TTBAvVOPAvEIag YiveTal
ME KATTOI0V OAYOPIBUO O OTToiI0G aBpPOIlEl TIC CUVEICPOPEG yia OAa Ta TTIBava
OEVTPA, Kal O TTI0 YVWOTOG OAYOPIOUOG TToU £xEl TTPOTABEI yia autd TO OKOTTO,
eival autog Tou Felsenstein (Felsenstein, 1981). Av ka1 €xouv TTpoTaBEl TTOAEG
TTapaANayEG, O€ YEVIKEG YpapuéG n dladikaoia TTou akoAouBeital yia va
utroAoyioTei n mlavogaveia gival n €€n¢: O aAyopiBuog evroTriel éva moavo
QEVTPO KAl OI TTAPAPETPOI YIa auTo TO OEVTPO aAAACOoUV Aiyo-Aiyo e KaTTola aTrd
TIG ETTAVOANTITIKEG BIAdIKATIEG TTOU AVAPEPANE TTAPATTAVW £WG OTOU BPEDE TO
BEATIOTO BévTpo. H diadikacia auTrh eTTavalauBaveral yia OAa Ta Tilava dEvTpa
Kal autd TTou Oivel TN PEYIOTN TTBavo@avela, attd OAa Ta BEVTPA, ETTIAEYETAI

TEANIKA WG TO OEVTPO PEYIOTNG TTIBAVOPAVEIQG.
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Mop@oTroinon apxeiwv dévrpwyv Newick

To mrpoTuTtro Newick (Archie et al., 2008)yia Tnv avatrapdoTtaon SEVIpWYV
0t MOPO®N avayvwolun atmd nNAEKTPOVIKOUG UTTOAOYIOTEG, KAVEL XpHon Tng
avTioToIXiag avdueoa o€ OEvipa Kal O€ EUQWAEUPEVEG  TTAPEVOEDEIG.
Y100e1iOnKe OTIG 26 louviou 1986 o€ pia atutrn cuvedpiaon TNG ETTITPOTTNG KATA
TN d1dpKela TNG ouveupeong TG Kovwviag yia 1n MeAétn Tng EEENIENG (Society
for the Study of Evolution) oto Durham, New Hampshire 1Tou atroteAouTav atrd
Toug James Archie, William HE Day, Wayne Maddison, Christopher Meacham,
James F. Rohlf, David Swofford ka1 Joseph Felsenstein. O Adyog yia 1o évoua
gival 0TI 0T deUTEPN KAl TEAIKY ouvedpiaon TnNG ETTITPOTING, OUvVAVTABNKAV OTO

eomiatopio “Newick’s” oto Dover tou New Hampshire. H avamapdoTtaon
OEVTPWY ATAV Wia yevikeuon TTou avaTtuxOnke atd Tov Christopher Meacham
T0 1984 yia T TTPOYPAUMATA OXEDIOONG BEVTPWY TTOU EYPAYE YIA TO TTAKETO
PHYLIP (Felsenstein, 2008) katd Tnv etmiokeywn Tou oT1o Seattle. To TrpdTUTTO
Newick Trepieypapnke 10 1857 amd Tov didonuo AyyAo paBnuatikd Arthur

Cayley. Auto 10 d€vTpo uE pica:

C
A E

B/D
AN

QVTITTPOOWTTEVETAI ATTO TNV akOAoubn akoAouBia xapaktApwv: (B, (A, C, E),

D); To dévtpo TeAEIwvEl hE Eva EAANVIKO pwTnNUATIKO. O KATWwTaTog KOUPBOG O€
aQuTd TO BEVTPO gival €vag eCWTEPIKOG KOUPBOG Kal Ol Hia akuf (@UAAo). Ol
EOWTEPIKOI  KOPPOI  avTITTpoowWTTEUoVTal aTTO  €va  CeUYOG  TAIPIOOUEVWY
TTapevOéoewy. MeTalu Twv TTOPEVOECEWY avaTTaPIOTWVTAl Ol KOPPBol TTou
KatayovTal dueca atmmo €vav KOUPO, XWPICHEVO! UE KOUUATA. 2TO TTAPATTAVW
0EVTPO, 01 Aueool atTréyovol gival o0 B, évag akOun ecwTePIKOS KOUPBOG, Kai o D.
O GANOG e0WTEPIKOG KOUPBOG avTITIPOCWTTEUETAI ATTO éva (VYOG TTAPEVOETEWY,

EOWKAEIOVTAG TIG AVATTOPACTACEIG TWV AUECWY aTTOYOVWY Tou, A, C, kal E. 10
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TTOPAdEIYNA POG, auToi cupPaivouv va ival AKPeG (QUAAA), aAAG O€ YEVIKEG
YPOUMEG Ba PTTOPOUCAVY ETTIONG VA €ival ECWTEPIKOI KOUPBOI KAl TO ATTOTEAEOHA
Ba ATav TTEPAITEPW EPPWAEUNEVES TTapevBETelg, ae otrolodnTToTe eTTiTTEd0. Ol
AKPES (PUAAQ) avTITTPpOOWTTEUOVTAI ATTO Ta ovOuaTd Toug. ‘Eva évoua ptropei
va gival OTToIadNTIOTE CEIPA XAPOKTAPWY EKTOG ATTO KEVA, AVW-KATW TEAEIEG,
EPWTNUATIKA, TTAPEVOETEIG KAl AyKUAEG. ETTEIdr av BEAoupE va oupTTEPIANQOEI
éva Kevo o€ éva Ovopa, Bewpeital 0TI évag Xapaktipag utroypduuions ("")
OnNUAivel Eva KEVO: OTTOIOOONTIOTE ATTO TOUG XAPAKTAPES UTTOYPAUMIONG O€ £va
ovopa, Ba peTaTpartrei o€ £va kevo, otav diapadetal. KaBe dvoua PTropei Tmiong
va gival Kevo: £va dEVTPO, OTTWG TO TTAPAKATW gival emTPETTO. (L, (,,),); Ta
OévTpa uTTOopOoUV va dlakAadifovTial o€ OTTOIOONTTOTE ETTITTEDD. TA HAKN TWV
KAQSIWV PTTOPOUV VA EVOWHATWOOUV o€ €va OEVTPo PACovVTag MHia avw-KATw
TeAEia Kal évav TTPAyPATIKO apIBPO, PE ) XWPEIG UTTOdIAOTOAN, META ATTO TO
KOMBO. AUTO avTITTIPOOWTTEUEI TO MAKOG TOU KAGDOU aUECWGS KATW aTTd auTo TOV
KOupBo. ‘Etol, 1O Trapamdvw O&vipo BOa uTTopoUcE va €XEl WAKN  TTOU
Tapiotavovtal we: (B:6.0,(A:5.0,C:3.0,E:4.0):5.0,D:11.0); To &évipo Eekiva
ATTO TNV TTPWTN YPOUMN TOU OPXEIOU, KAl ITTOPEI VO OUVEXIOTEI OTIG ETTOUEVEG
YPOUMEG. Eival KOAUTEPO va TTPOXWPOUNE O€ Wia VEQ YPOAUMN AUECTWG HETA aTTO
éva KOupa. Ta kevd ptropouv va eilcaxbouv o€ OTTOIOBATTIOTE ONUEIO EKTOS ATTO
TNV MEON TOU OVOPATOG £VOG €iO0UG ) TOU PUAKOUG €vOG KAGdou. H TTapatravw
TTEPIYPOAPN Eival OTNV TTPAYMATIKOTNTA £va UTTOOUVOAO Tou TTpoTUTToU Newick.
MNa TTapddeiypa, ol ECWTEPIKO KOUBOI JTTOPOUV VA £XOUV OVOUATA OTO £V AOYW
TPOTUTTO. Ta ovouata autd akoAouBouv Tnv Oe€Id TTapévBeon yia autov Tov
EOWTEPIKO KOupo, OTTWG (of auTto TO TTapAadeIyua:
(B:6.0,(A:5.0,C:3.0,E:4.0)Ancestor1:5.0,D:11.0). Q¢ Trapdadeiyua, n Newick

Mop@oTToinon Tou 8EVTpoU TTou aTreikovideTal otnv Eikéva 6 cival:

((raccoon:19.19959,bear:6.80041):0.84600, ((sea_lion:11.99
700,

seal:12.00300):7.52973, ((monkey:100.85930,cat:47.14069):2
0.59201, weasel:18.87953):2.09460):3.87382,dog:25.46154);
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MéBoodoi

TeXVIKEG AETTTOUEPEIEG UTTOAOYIOTH TTPOYPOMMATIOTIKAG AVATITUENG

Q¢ Baon TG avatTuéng TwWV JIOBIKTUAKWY EPYAAEIWV XpNOIUOTTOINONKE
évag otaBepdg UTTOAOYIOTAG PE AsiToupyIkO cuoTnua Linux Kubuntu 18.04. O
uttoAoyioTrg d1abétel 64GB RAM kai 12 TTUPAVEG OTNV KEVTPIKA HOvAda
emmegepyaoiag. To AeImoupylkd oUOTNUA Kal Ol POCIKEG EQPAPPOYEG TTOU
aTToTEAOUV PEPOG TOU KAl TTEPIYPAPOVTAI TTAPAKATW, €ival EYKATEOTNUEVA O€
OKANPO dioko Texvoloyiag SSD TTou emMITPETTEl YPAYOPES TAXUTNTEG OTNV
TpooTTéAaon oTa dedopéva Tou diOKOU, Apa KAl yPnyopoTePn EKTEAEON TWV
TTpoypauudTwy. OAa Ta TTapayoueva dedopéva peydAou OyKou atToBnkKeUovTal
Ot EOWTEPIKOUG Kal eEwTEPIKOUG Oiokoug Texvohoyiag HDD  peydAng

XWPNTIKOTNTOG.
Apache Server

To Apache HTTP Server (https://httpd.apache.org/) e€ivar évag
dlakopioTig HTTP avoixtou Kwdlka yia ouyxpova AEITOUPYIKA CuoTAuaTa,
ouptrepiAapBavouévwy Twv UNIX kai Twv Windows. Eivalr évag aoc@aAng,
a1TOO0TIKOG KOl ETTEKTACINOG OIAKOMIOTAG TTOU TTapEXel utinpeoieg HTTP e

Bdon ta TpExovTa TTPOTUTTA. [Na TNV EYKATAOTAOT] TOU OPKEi N EVTOAR root:

apt-get install apache?2
O €CuttnpeTnTAG avoiyel e TV EVTOAN root:

service apache2 start

2xeo10k6 MovTélo Baoswv Aedopévwv

YTdpxouv TEOOEPA MOVTEAQ PACEWV OeDOUEVWV: TO IEPAPXIKO, TO
OIKTUOKO, TO OXECIAKO KOl TO QVTIKEINEVOOTPAPES. ZANEPA OTIC TTEPIOCCOTEPEG
Baoeig Kuplapxei To oxeolakd PovtéAdo. H atrAf kal katavonTtry dour Tou Eival
duo atd Ta aiTia TNG PEYAANG aTTAXNONS Tou, TOOO 0€ KAAOOIKEG, OO0 Kal O€
oUyXPOVEC epappoyEC uwnAwy attaitiioewv. O1 Bacikoi oTdx0l TOU OXECIaKOU
MovTENOU gival o1 €§AG:
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H uttootpi¢n NG ave¢apTnoiag Twv dedouévwy, €101 WOTE AANaYEG OTN
QUOIKN doun Kal opydvwon NG PAacong dedopévwv va PNV aTTaIrouv
aAAayEG OTA TTPOYPAMMATA EQAPHOYAG.

e H ammopuyny Tou TTAcovaopuou TTou ep@avicetal otav T1a idla dedouEva
ammoBnkevovTal TTOAEG QOPEC O€ DIAPOPETIKEG TTEPIOXEC TNG PAoNG
OedOoUEVWV.

e H diatApnon TNG akEPAIOTNTAG KAI TNG CUVETTEIAG TWV OEDOUEVWIV.

e Hutrootpién TNG avaTTuéng YAWOOWV XEIPIOPOU BEBOUEVWY, Ol OTTOIEG

OIEUKOAUVOUV TN dIATUTTWON EPWTNHATWY TTPOG TO 2UoTnua Alaxeipiong

Baoswv Asdopévwv

Edw TeplAapBavovral Baceig dedouévwyv  Pe  duvaTOTNTEG TAUTOXPOVOU
XEIPIOPOU Kal ouvdeonG TIOAAWV OUAAOYWV OTTO €YYPOPESG DIOPOPETIKWV
TUTTWYV, OPYAVWHEVEG OE TTIVOKEG. O OPOC «OXECIOKO» AVOPEPETAl OE Mia
OUYKEKPIPEVN PEBODO opyavwong Twv PACEWV OeOOUEVWY, CUPPWVA PE TNV
OTTOIx OI TTIVOKEG TNG PACNG OEDOUEVWV UTTOPOUV VO CUCXETIOOOUV PETALU TOUG
ME atToTEAEOUATA OI TTANPOYOPIES VO KATAVEUOVTAI OUOIOUOP®a O€ OAN TN BAon.
lMNa Tnv avatrapdoTacn OEQOPEVWY, TO OXECIAKO UOVTEAO XPNOIUOTIOIE TTIVOKEG.
O kdBe TTivakag €xel éva povadikd dvoua Kal TTpoadlopifeTal atrd €Vva 0UVOAO
ypoupwyv Kal éva ouvoAo otnAwv. O1 oTAAeg Tou Trivaka opifouv Ta
XOPAKTNPIOTIKA TNG KABE eyypa@ns. KABe ypauuni Tou TTivaka avatrapioTd yia
eyypaoen dedopévwy Kai ovopddletal TTAe1Gda. To TTARBOGC TwV XAPAKTNPICTIKWY
TNG oX€ong KaAcital BaBudg (degree), evy 0 apIBUOS Twv TTAEIGdWY KOAEgiTal
TTANBIKOTATA. Na KABE XapaKTNPIOTIKO UTTAPXEI £VA OUVOAO ETTITRETTITWV TIHWYV,
TO OTT0I0 KaAgiTal TTESIO OPICUOU TOU XapaKTNPEIOTIKOU. OI TINEG TTOU PTTOPEI va
TTAPEI £Va XOPAKTNPIOTIKO TTPOC0dIopIovTal aTTd TO avTioToIXo TTEdio OPIoUOU,
EVW €TTIONG €ival aTTaPAITNTO VA yVWwPIi(oupe Tov TUTTO dedouévwy (data type)

Kal TN JopgoTroinon (format).
O1 BaoikéTEPES 1810TNTES TWV TTIVAKWV €ival o1 €EAG:

e Kd0B¢ tivakag TG Bdong dedouEvwy €xel Eva povadikd dvoua.
e H miyA KGBE XapaAKTNPIOTIKOU O€ KABE TTAEIGdA gival pia.

e To KABE XapAKTNPIOTIKO £XEI HOVADIKO OVOUQ HECO OTOV TTIVOKA.
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AUO XOpPOKTNPEIOTNKO TTOU  AVAKOUV O€  OIAQOPETIKOUG  TTIVAKEG
ETTITPETTETAI VA £XOUV idI0 Ovoua.

OAeg o1 TIUEG €VOG XAPOKTNPIOTIKOU TTPETTEI VO QVIKOUV OTO TTEdIO
OPIOUOU TOU XAPAKTNPIOTIKOU.

H oeipd dAWOoNG TWV XAPAKTNPIOTIKWY VOGS TTivaKa Ogv TTaiCEl KavEVa
pOAo.

AUO TTAEIGdEG piag oxEéong Oev emMTPETTETAI VA TauTiCovtal o€ OAa Ta
XOPAKTNPIOTIKA.

2TO OXEOIAKO POVTENO OeV PaG evOIAQEPEl N OEIPA TwV TTAEIGdWY OTOV
mivaka. Qotéoo, n oecipd amobrikeuong Twv dedoPEVWY OouviBwS

eTNPedlel TO XPOVO £TTECEPYATIOG KAl ETTOUEVWGS AapBAveTal uTTOWN.

‘Eva XapakTnpIioTIKO TToU JIOKPIVEL TIG BIAPOPES YPANMES TOU TTiVaKA (TTAEIAOEG),

OVOMAZETAl TIPWTEUOV KAEIDI. 2€ TTOAAEG TTEPITITWOEIG ATTAITOUVTAI TTEPICCOTEPA

atro £va XAPOKTNPIOTIKA yIa va cuvBEéoouv €va KAEIDi, OTTOTE TO KAEIDI KAAEgiTal

ouvBeTo. Ta uTTOAOITTA XOPAKTNPIOTIKA TOU TTivaKa A€yovTal OeUTEPEUOVTA

KAEIDIG. H cuvétreia Twv OedOPEVWV HPETA OTTO €10aywYEG, OIaypPaPES Kal

EVNUEPWOEIG, OlaTnPEITAl WE TN XPNon TIEPIOPICPWY akepaldTnTag. Ol

ONUAVTIKOTEPOI €ival:

MepiopIoPdS XPAONG KEVWV TIMWV: YTTAPXOUV TTEPITITWOEIS OTTOU OEV
YVWPEICOUUE TNV TIPN €VOG XOPOKTNPIOTIKOU i O&v UTTOPOUME va TNV
TIPOOOIOPICOUME. 2€ QUTEG TIG TTEPITITWOEIG  ATTOOIOOUNE  OTO
XOpakTNPIOTIKO TNV Kevr) TiW (NULL).

Mepiopiopoi akepaldTNTAG OvTOTATWY: Eival oTevd ouvoedeuEvn PE TNV
€vvold Tou KAEIBI0U piag oxéong. KABe ypauun TTpETTEl va TTpoodlopileTal
pMovadikd TOUAdXIoTOV aTTO TO TTPWTEUOV KAEIDI TOU TTivaKa.

Meplopiopoi avagopwv: Av 10 KAe1di k evdg Trivaka A egayetal wg
XOPAKTNPIOTIKO 0€ £vav AAANO TTivaka TOTE AéyeTal OTI TO K aTToTEAET EEVO
KA€1Oi yia Tov deuTePO TTivaka. H akepaidTnTa avagopwyv eTTIBAAAEI N TIUN

€VOG gEvou KAEIBI0U va gival N idIa Je AuTAV TOU apxIKOU TTiVaKA.

O1 Tmivakeg ouvdéovTal PEOow TwV €EAGC KATEUBUVOUEVWY CUCXETIOEWV: Mia

EYYPa®N €vOG TTiVOKA CUOCXETICETAI YE Mia Kal YOVo Wia eyypa@ry evog AAAou

mivaka (1:1), pia eyypagr €vog Trivaka oUoXeTICeTal JE TTOAAEG EYyPAPEC EVOC
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GAAou TTivaka aAAG Kal KABE eyypa@r) Tou SEUTEPOU TTIVOKA CUOXETICETAI PE Mia
Kal JOVO pia yypa@r] Tou TTpwTou TTivaka (1:N) kal o€ yia eyypa@r] evog TTivaka
QVTIOTOIXOUV TTOAAEG eyypa@EG evog AAAOU TTivaka Kal o€ KABe eyypa®r Tou
OeUTEPOU TTIVOKA QVTIOTOIXOUV TTOANEG eyypa@ég Tou TTpwTou Trivaka (M:N).
YTTApXOUV £TTIONG TTPOAIPETIKEG TIPOUTTOBECEIG CUMMPETOXNG TWV TTIVAKWY (OTTOU
évag Trivakag Oev XPeIAdeTal va CUOXETICETal YE KavEva GAAo Trivaka). Ta
TTPpwTEUOVTA KAEIDIG TOU TTivaKa OTTO TOV OTT0I0 EeKIVAEI N CUOXETION £EAyovTal
w¢ ¢Eva KAEIdIG oToV TTivaKa TTou KaTtaAnyel n cuoxETion. Edv ta Eéva kAeidia
yivovtal TTpwTelovTa KAeIOIG OTOV  KATOAAyOvTa TTiVOKQ, N OUOCXETION
OovOoPAdeTal TAUTOTTOIOUOA, EVW €AV YivovTal OEUTEPEUOVTA, N CUOXETION

ovoudAdeTal un TAUTOTTOIOUCA.

MySQL Server

H MySQL (https://www.mysqgl.com/) civar é&va ouoTnua odiaxeipiong
OXECIOKWYV PATEWY BEOOUEVWVY aVOIXTOU KWAIKA, TNV OTTOI EKPMETAANEUTAKAUE
yla va atmmoBnkeuooupue Ta dedopéva pag. Otrwg kail ye Tov Apache, XpeIdoTnKe

n AQWn Kal N EyKaTaoTacn JE TNV EVTOAN root:

apt-get install mysql-server mysql-client
Katd tnv eykatdoTtaon, yag ¢nteital évag KwdIKOS TTou Ba ETTITPETTEI TV
giocodo atov diaxelploTh (root) TG Bdong. Metd 1o TEAOG TNG £YKATAOTAONG, N

EVEPYOTTOINON TNG UTTNEECIAG YiVETAI UE TNV EVTOAR root:

service mysql start
MNa tnv €icodo oT1o TPdypauua dlaxeipiong Pacewv TN MySQL

XPEIAZeTAI N EVTOAN:

mysql -u <user> <database> —p

OTTOU user gival To Gvoua Aoyapiacuou Tou XproTn, OTTwG T1.X. root,
ka1 database 1o dvoua NG Baong dedouévwy TTou BEAoUUE va ouvdeBOUE.
2Tn OUVEXEIQ, ¢NTEITaI N TTANKTPOAOYNON TOU HUCTIKOU KWwOIKOU TTOU QVTIOTOIXEN
otov ev Adyw xpnotn. MA€ov, €xel yivel n ouvdeon oTo TOTTIKG CUCTNPA TNG
MySQL. H €¢odoc yiverar matwvtag AD. H diaxeipion Paoewv dedopévwv
MySQL kabBiotartal duvartr ue Tnv ekTéAean evioAwyv oTn MNwooa Aounuévwy

Epwtnudtwyv (Structured Query Language - SQL). Emtpémetal n dnuioupyia
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Miag Bdong dedopévwy, n TPOoBean, TpoTToTToiNON Kal dlaypa®n TTIVAKWY KAl

EYYPAPWYV, KABWGS Kal N avalitnon Eyypageuwy JE CUYKEKPIPMEVA KPITHPIAL.
Anpioupyia Twv Baoeswv Agdopévwv

Na Ttnv oxediaon kar atreikévion Twv PAcewv OedOPEVWV  TWV
mpoypaupdtwy ACT kai HGCA xpnoigotroiibnke 1o mpdypapua MySQL
Workbench (https://www.mysql.com/products/workbench/), éva @IAIKO TTpOG TO
XPNoTn epyalgio oxedloopou Kal dIaXEIPIONG OXECIAKWY BACEWV dEDOUEVWY,
TO oTT0i0 dIaTIBETAI dwpEedv aTTd TNV idla TN MySQL. Me To MySQL Workbench,
gival duvary n oxediaon OlaypaupaTtwy OvToTATWV-ZUOXETIoEwV (Entity
Relation Diagram - ERD) mou Trepiéxouv OAoug Toug Trivakeg TnG BAong
O0edopévwy Kal TIG METAEU TOug ouoxeTioelg. EmmmTAéov, eivar duvathi n
TTPooBa@aipecn TIVAKWY KAl  XOPOAKTNPEIOTIKWY O QuToUg. 2& KABE

XOPAKTNPIOTIKO OPICeETAI TO OVOPA KAl O TUTTOG TOU.

To Aldypappa gival éva PJoviéAo OeOONEVWYV YIO TNV TTEPIYPAPH HIOG
Baong dedopévwy Pe Evav TTEPIANTITIKO TPOTTO. TO cUOTANA XOPAKTHPWY KAl
OUMBOAWY TTOU XPNOIPOTTOIEITAI KATA KOpov atmd Ta epyaAeia dnuioupyiag
Alaypappdtrwy OvroTATwV-ZuoxeTioewv ovopaletar Crow’s foot. O1 Trivakeg
QVTITTIPOOWTTEUOVTAI WG KOUTIA KOI Ol CUCXETIOEIG PE YPAMMEG METALU TwV
KouTiwv. Ta OJIaQopeTIKA OXANATA OTa AKPA QUTWV  TWV  YPANHWVY
QVTITTIPOOWTTEUOUV TOUG TUTTOUG TwV OUOXeTioEwv. O1 ouvexeic ypauuég
AVATTAPIOTOUV TIG TAUTOTTOIOUCEG CUOXETIOEIG EVW, Ol OIOKEKOPUEVESG YPANMES

TIG M TOUTOTTOIOUOEG.

Mia Aeiroupyia Tou MySQL Workbench gival n duvardtnta mrapaywyng
evioAwv SQL dnuioupyiag Twv TVAKWY Tou dIaypAPATOG, TTOU ETTIKOAAGVTAI

oTnV ypapun evioAwyv tng MySQL.

EmmAéov, civar duvarti kai n avtiotpogn Acitoupyia. To MySQL
Workbench ptropei va dnuioupyrioel 1o didypapua OVTOTATWVY-ZUCXETIOEWV
Miag Baong dedopévwy, cuvdeOUEVO OTNV Vv Adyw Bdon. H petatpoTh dev ival
TTAavra TEAEIQ, OTTOTE OTToI0 OQAAUATA EUavioToUV, Ba TTPETTEN va dlopBwBouv

dla XEIPOG.
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AnpioupyriBnkav dUo Paocelg dedopévwy, Mia yia KABe epyaleio (pe

ovopa ACT kal GTEX, avrioToixa). H evépyeia yivetal e Tnv evioAr] mysql root:

CREATE DATABASE <databasename>;
omouv databasename civai To dvopa TNG BATNS DEDOPEVWV.

2T ouvEXEIa TTPETTEI va OwBOoUV Ta aTTapaiTnTa SIKAIWUATA OTOV XPrOTN
ME TNV €vTOAr mysql root:

GRANT ALL PRIVILEGES ON <databasename>.* TO
'<user>'@'localhost' IDENTIFIED BY '<password>'

otou databasename €ival To dvopa TNG BAong dedopévwy, user eival
TO Ovopa AoyapliaguoU Tou XprRoTn Kal password gival 0 JUOTIKOG KwAIKOG Tou
XPAOTN TNG CUYKEKPIPEVNG PAONG BEDOUEVWV.

Eméuevo BApa cival n dnuioupyia Twv TIVAKWY, OTTWG TTEPIYPAPOVTAI
oTo di1aypaupa ERD. MNa rapadeiyua, o mivakag Gene tou HGCA dnuioupyeital
WG €&NG:

CREATE TABLE IF NOT EXISTS GTEX . Gene (

"ENSG VARCHAR(40) NOT NULL,
"HGNC~ VARCHAR(45) NULL,
"Description VARCHAR(250) NULL,
PRIMARY KEY ( ENSG ),
CONSTRAINT fk_Gene_Expressionl’
FOREIGN KEY ( ENSG )
REFERENCES "GTEX . Expression ( ENSG )
ON DELETE NO ACTION
ON UPDATE NO ACTION)

ENGINE = InnoDB;

MNa tnv eicaywyr) dedouévwyv atmmd apxeio péoa atn PAon, TPETTEN N
MySQL va Aeitoupyei pe mpooBétovtag Tnv mmAoyr) --local-infile on
TENOG TNG EVTOANG €10660u oTn MySQL:

mysgl -u <user> —-p <databasename> --local-infile

omou databasename cival To évopa NG BAong dedopévwv Kal user
€ival To Gvoua Aoyapliaouou Tou XpAoTh.

H eicaywyn Twv 0edopévwy YIiVETAI TTANKTPOAOYWVTOG OTN YPAMMUNA
evioAwv Tng MySQL tnv evioAn:

LOAD DATA LOCAL INFILE '<filename>' INTO TABLE
<table>;
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otmou filename ecival To apxeio TTpog eicaywyr kal table o Tivakag
oTov oTToio Ba eI0ayxBouv Ta dedopéva. Na va yivel ETTITUXWGS N EI0QYWYH, TO
apxeio el06dou Ba TpéTTel va gival oe oTnAoBeTnuévn ue tab popen (flat files),

OTTOU KABE YyPAUMN AVTIOTOIXEI O€ Pia Jovadikr eyypan Tou TTiVaKA.

PHP

H vyAwooa TTpoypaupaTiopgou TTou €TMAEXONKE yia TV avdaTtrTugn Tng
EQAPMOYNAG €ival N avoixToUu KWIKA YEVIKAG XprAong scripting yh\wooa PHP
(http://php.net/). H eykatdoTtaon Tng oTo TEPIBAAOV Twv Linux cival egioou

aT1TAf, XPNOIKMOTTOIWVTAG TNV EVTOAT] root:

apt-get install php-cli libapache2-mod-php php-
mcrypt php-mysql

MeTd TO TTEPAG TNG EYKATAOTAONG, N EKTEAECN ApPXEiWV .php yiveTal péow
NG YPOAMUAG EVTOAWY, WG €EAG:

php <file.php>

H PHP ptropei va aAAnAoemdpdoel pye tnv MySQL, oTéAvovTag Tng
epwtAuata SQL Kal avokTwvTag Ta dedoUEVA KAl va ETTIKOIVWVIOEI PUE TOV
ecuttnpetnT) Apache, TTapdyovtag Kwdika HTML. Ta TTapatrdvw TTaKETA TTOU
EYKATAOTABNKAV €ival aTmrapaitnTa yia TNV €KTTARPWON TWV avaQePBEVTWY

AEITOUPYIWV.

R & R Studio

H yAwooa TtpoypaupaTiopol R mpoogépel €va  TTepIBAANOV  yia
QVATITUEN  EQAPMOYWY  KUPIWG yia OTATIOTIKA KAl ypa@ikd. [la tnv
QTTOTEAEOUATIKI) €KTEAEON TNG YAwooag R, eykaBioTaralr kal 10 AOYIOUIKO
RStudio, éva oAokAnpwpévo tepIBaAAov avamTuéng yvia Tnv R. To RStudio
OIEUKOAUVEI TN Xpron TNS YAWOOOG, KABWGS Kal TNV eyYKATACOTAON ETITIAEOV
TTOKETWV KAl evNUEPWONG Twv AON utrapxoviwyv. H R ota Ubuntu Linux

eykaBioTaTal XpnoIYoTIoIWVTAG TNV EVTOAA root:

apt-get install r-base

MNa Tnv eykardoTaon Tou RStudio emAéyoupe Tnv TeAeuTaia £kdoon yia
TO AOYIOMIKO TTOU £€XOUME. ZTNV CUYKEKPIPEVN TTEPITITWOTN ETTIAEEQUE TNV €KdooN
yia 1o Ubuntu 18.04:
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https://download1.rstudio.org/desktop/bionic/amd64/rstudio-1.2.5033-
amd64.deb

H gykardoTaon yivetal Je TNV €VTOAN root:

dpkg -1 rstudio-1.2.5033-amd64.deb

Oracle Virtual Machine

[MoAAEG epappoyEg dev €xouv €kdoan Ol10B£aIun yIa TO AOYIOUIKO TwV
Linux. MNa va ptmrop€éooupe va £XOUPE OIABECIPNEG AUTEG TIG EQAPUOYEG OTOV
UTTOAOYIOTH HOG, XpnolgoTroioaue 1o pdypaupa Oracle Virtual Box yia va
ONMIOUPYACOUME pia €IKOVIKA pnxavr) e Aeitoupylikd Windows 10 64-bit.
Emiong, €yive eykardotaon Twv Virtual Box Guest Additions, Ta otroia
TTPOOQPEPOUV  ETMITTAEOV  dUVATOTNTEG  OTNV  EIKOVIKA  pnxavr,  OTTwg
aAAnAeTTidpaon PETACU Twv OUO AEITOUPYIKWYV Kal ETTIKOIVWVIO TWV XWPWV

QTTOBRKEUONG YIa EUKOAN KOIVI) XPrion apxEiwv.
Arabidopsis Coexpression Tool (ACT)

ZuAAoyn TTpwTapXIKWY dedopévwy — Elcaywyn

Na TNV ouA\oyn TTpwToyEVWY OedONEVWY IKpoouaTolxiwv cDNA yia 10
QuTIKO TTIpéTUTTIO Arabidopsis thaliana (apxeia .CEL) €yive avalhtnon oTta
OnMOOIa KATABETAPIO METAYPAPWHIKWY dedouévwy Gene Expression Omnibus
(GEO) (Barrett et al., 2013) tou NCBI, ArrayExpress (AE) (Kolesnikov et al.,
2015) tou EBI kai NASCArrays (Craigon et al., 2004) Ttou Nottingham
Arabidopsis Stock Centre. ¢ autfj Tnv apxikfy cuAAoyn, TTapaTnpnenke ot To
Kupiapyxo chip pikpoouoToixiwv gival 1o Arabidopsis ATH1 Genome Array
(ATH1), Tng etaipiag Affymetrix, pe KwdIKOUG KaTaxwpnons TTAATYOPUAS
GPL198 otnv GEO ka1 A-AFFY-2 atnv AE. O1 avaAuoeig cuoxXETIONG ATTaITOUV
ouoloyev) Oedopéva, yia autd TO OKOTTO OTnv Trapouca MeAETN, Ba
xpnoigotoinBouv  dedopéva  POvo aTmd TO  OUYKEKPIMEVO  chip, KaBuwg
QvTITTPOCWTTEUEI TTEPITTOU TO 50% OAWV TWV PETAYPAPWHIKWY BESOUEVWV YIa
10 Arabidopsis thaliana. NapdTi n Baon dedopévwv NASCArrays dev Bpiokeral
oe Asitoupyia, mpaydatotroindnke d1e€odikr avalrTnon oTov KAaTdAoyo Twv
TTPWTOYEVWY OeDONEVWYV TOUG. ETTITTAéOV, N avalATnon PIKPOOUCOTOIXIWV OTNV

Baon oedopévwv GEO Artav aveEdptntn amd tnv avalitnon otnv paon
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oedopévwy AE, TapoTi n AE kaTaxwpei KATOTTTPIKA avTiypa@a Twv OEQ0NEVWV
NG GEO. Akdua, €yive avaktnon Twv eAAXIOTwV TTANPOQOPIWV  TTEPI
TEIPAPATWY  PIKpoouoToIXiwyv (Minimum Information About a Microarray
Experiment - MIAME) (Brazma et al.,, 2001), Ta otoia TepIAauBavouv
TTANPOPOPIEG OXETIKA PE TOV OUVOAIKO TTEIPAUATIKO OXEDIAOUO, TO OXeDIAOUO
TNG MIKPOOUGTOIXiAG, TNV TTPOEAEUCT) TOU KABE avixveuTr], Tn péBodo orjpavong,

TIG D10BIKACIES KAl TIG TTAPAUETPOUG UBPIBIOUOU Kal TIG dladikacieg uETpNoNg.

Emiong, £yive avalitnon Kal avakTtnon Twv TTPWTOYEVWY OEO0NEVWV
ammd TIG eVOAAAKTIKEG TTAaTQOpueg Twv GPL198 / A-AFFY-2, o1 oTtroigg
xpnolgotrolouv T1o idlo chip pikpoouoToixiwv ATH1, aAAd Ta dedopéva Toug
€Xouv KavovikoTroinBei pe  dlapopeTikd  Apxeio lMepiypaens Chip (Chip
Description File - CDF) até 1o TTpwtdTUTrO TnG Affymetrix, ye To otroio yivetal
N CUCXETION OUVOAWY avixveuTwv-yovidiwv. H GEO kail n AE kataxwpouv ue
OIAQOPETIKO KWOIKO KABE eVAANQKTIK TTAATQOPUA. ZUXVA Ol €PEUVNTEG
XPNOoIhoTToIoUV dlaPopeTIKO apxeio CDF atrd 1o TTPWTOTUTIO Yia T BeATiwon
TNG OUOXETIONG OUVOAWV aviXveuTwv Kal yovidiwv. H GEO Trapéxel évav
KATAAOYO PE €VOANAKTIKEG TTAATQOPUES TTPOG TNV TTAAT@OpPa GPL198, aAAG
ouvnRBwg dev TTepIANaUPBAveEl OAeC TIC EVOAAOKTIKEG TTAATPOPHES. O KAAUTEPOG
TPOTTOC YIA TNV TAUTOTTOINON QUTWYV, Eival HEOW avalATNoNG yia EVOAAQKTIKOUG
KwOIKOUG KaTtayxwpnong otnv AE 1Tou gival dia Xe1pOg eTTIuEANPEVN. TN OgAida
mepiynong g ArrayExpress avadntrioaue 1o chip ATH1 kal avaktrioaue OAeg

TIG EVAANOKTIKEG TTAATQOPEG.

ZUAAOYR TTPpWTAPXIKWYV dedopévwyv — EKTEAEON

MpayuatotroinOnke avalitnon otnv ArrayExpress pe €pwTnUA TTOU
mepIAGuBave 1o "Arabidopsis thaliana", Tov Kwdiko kataxwpnongs A-AFFY-2 kai
éyive avadntnon yia evaAANOKTIKEG TTAAT@OpPeG o010 ATH1 atrd TN oeAida
TEPINYNONG. ZTN CUVEXEID, EYIVE AWN TWV TTPWTOYEVWYV OEQONEVWYV KAl PETA-
oedopévwy atd Tov dlakopioty FTP tng AE Tou Trepiéxel 1276 ocIpég
oupTrEpIAaPBavouévwy Twy eVOAANAKTIKWY oelipwy TTpog Tnv ATH1. Me 1n
xprion PHP scripts, éyive éAeyxog €dv Ta kKatoTrTpikG avTiypaga atmé 1 GEO
gival cwoTd (€10IKA €AV £€X0UV PETAPEPBEI CWOTA TA TTPWTOYEVI) TOUG QPXEIQ).

Tautotroindnkav 14 kaToTTpIKEG o€Ipéc GEO TtTou TTepIAGUBavaV TTPWTOYEV
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oedopéva otn GEO Ta otr0ia KAl avakTABNKAv. 21N OUVEXEIA, EYIVE EAEYXOG Kal
Awn OAwv Twv delyudtwy Arabidopsis thaliana atmé Tnv GEO avadntwvTag yia
OAeg TIG oeIpéc TNG TTAaTPOpHag GPL198, tepIAauBdavovTtag TiIG eVAANOKTIKEG
TIAATQPOPUEG. ZTn OUVEXEIA, EEETAOTNKE TTOIEG ATTO TIG O€Ipég GEO Tmepiéxouv
KATOTITPIKA avTiypaga otnv AE, ol otroieg kai agaipédnkav. Bpébnkav 137
oelp€g TTou ATav PJovadikég poévo yia n GEO (138 cuptrepiAapBavouévng piag
uTTEPOEIPAG N oTToia uTTpXE oTnv AE o1rdTe Kal ayvondnke). TENoG, yia Tn Bdon
oedopévwy NASC avaktriBnkav 6Aeg 515 oeipég atrd Tov diakouioTr) FTP Toug,
Madi pe Ta peTa-0edopéva Toug. OAn n dladikaoia £yIve TTPOYPAUMATIOTIKA,

XPNOIMOTTOIWVTAG KWOAIKA Ypauuévo otn YAwooa PHP.

‘Arabidopsis thaliana’

h 2

‘ ArrayExpress (AE) | ‘ Gene Expression Omnibus (GEO) ‘

Nottingham Arrizlil;idopsis Stock Center

(NASC)
| | |
Affymetrix Arabidopsis ATH1 Affymetrix Arabidopsis ATH1 .
A-AFEY-2 GPL198 Whole repository
Crosscheck the Check which series are not ‘ :
mirrored GEO series / mirrored in AE / Check for Retrieved 515 series
Check for alternative alternative platforms
platforms to A-AFFY-2

v

Retrieved 137 series

Retrieved 1276 series

Eikova 7 — Aidypauua emAoyng UEAETWY amro KGBe dnudaio KatabeTnpio

2€ OeUTEPN QACT, £YIVE EAEYXOG YIA TNV OKEPAIOTNTA TWV PEAETWYV. Ev
TENEL, 01 1183 amo 11g 1276 ocipég Tng AE, o1 135 amd 11 137 g GEO kai ol
396 atro 116 515 Tng NASC Trepicixav mpwTtoyevr dedouéva. ‘Eyive n JETATPOTTH
Twv .CEL o€ pop@oTtroinon apxeiwv KeEIPEVOU, UE XPHON TOU TTPOYPAUMOTOC apt-
cel-convert.exe TTou TTPOEpPXETAI ATTO TO TTAKETO EVTOAWYV Tou Affymetrix Power
Tools (APT) (Affymetrix, 2006), Ta oTroia 0Tn CUVEXEID EAEyXONKav yia To av
ovtwg Tpoépxovtal amd 1o ATH1 chip. Apaipédnkav cuvoAika 438 deiyuata
TTou dev Arav ATH1. Ze eTépevo €AeyX0 EYIVE N TAUTOTTOINON JEIYMATWY TWV
OTTOIWV Ol AVIXVEUTEG €iXav TIMEC EVTAONG EKTOC Opiwyv, OTTOTE apaipédnkav 54
emTTAéov Ociypata. Autd Ta 54 Ociypata ecixav AneBei amd tnv AE aAAd

TpoépxovTtav apxikad atrd Tnv NASC. ‘ETol éyive emmiTTAéov €AeyX0OG OTOV TTOAIO
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iototommo NG NASC, omrou kai Bpébnkav Ta 50 amd T1a 54 Ociypara kai
METOVOPAOTNKAV QVTIOTOIXA, TTPAYUATOTTIOIWVTAG TTOPAAANAQ KAl ETTITTAEOV
eTaAnBeuon Twyv dedopévwy. Ze TEAeUTaio OTADIO, £YIVE EAEYXOG YIa SITTAGTUTTA
apxeia .CEL. Bpébnkav 5960 idia dciyuarta, Ta otroia agaipédnkav (AE: 1800,
GEO: 507, NASC: 3653). Tehika armépeivav 19887 odeiypara amod 1391

TTEIPAPATA (OEIPEG).

MoloTIKOG EAEYXOG TTPWTOYEVWY OEOOUEVWV Kl ATTOPPIYN
0edopévwyv XauNAARG TToI0TNTAG

MpaypatotroinOnke ToI0TIKOG €Aeyxog (Quality Control - QC) ota
TpwToyevr) dedouéva pikpoouoToixiwv CEL, xpnoiyoTroiwviag tnv oouita
TpoypauudTwy BioConductor (Gentleman et al., 2004; Huber et al., 2015) kai
ouykekpipéva Ta TTakETa: ‘simplyaffy’ (Miller CJ, 2018), ‘affyQCReport’ (Parman
et al., 2018) ka1 ‘affyPLM’ (Bolstad et al., 2005 ; Brettschneider et al., 2008),
XPNOIJoTTOIWVTAG ToV aAyopiBuo kavovikotroinong MAS 5.0 (Hubbell et al.,
2002) ka1 1o apxeio CDF tng Affymetrix. Na kdbe deiypa xpnoipotroiénkav
TTOIOTIKEG METPNOEIS POVODIKWY HIKpoouoToixiwy Affymetrix, 6TTwg 10 péoo
uUTTORaBPO, O OUVTEAEOTAG KAIMOKOG, TO TTOCOOTO TWV TTAPOVIWV YoVIdiwv
(present) kai o Adyog uBpidiouou RNA 3’ 1pog 5’ Twv yovidiwv TnNG B-akTivng
kar GADPH.

Xpnoiyotroidnkav U0 TIOIOTIKEG METPNOEIS TTOAATTAWY  HIKPOCUCTOIXIWV
xpnoigotroiwvTtag Ta Bnkoypdaupata RLE (Relative Log Expression) (Bolstad et
al., 2005 ) kai NUSE (Normalized Unscaled Standard Errors)(Bolstad et al.,
2005 ). O1 ipég RLE utroAoyi¢ovtal yia KABe oUVOAO QVIXVEUTWY OUYKPIVOVTOG
TNV TIPA €KQPOONG MIAG MIKPOOUOTOIXIAG, O OXEON WE TN MEON TIMA £KPPAONG
YIO TO OUYKEKPIUEVO OUVOAO QVIXVEUTWYV HETAEU TWV MIKPOOUCTOIXIWV KABE
MEAETNG. EQOOOV N €KQPACN TWV TTEPICOOTEPWY AVIXVEUTWY OEV UETABAAAETAI
METALU TWV MIKPOOUCTOIXIWV KABE PEAETNG, avapéveTal OTI n dIGUECOG TwV
AOYWV €KQPaONG TwV CUVOAWY avIXVEUTWV o€ OAa Ta dciyuarta piag osipdg Ba
gival tepittou 0 o€ AoyapiBuikr) KAipaka. Ta 6nkoypduuara RLE T1mou
TTaPOUCIGlouV TNV KATAVOUN QUTWYV TwVv AoyapiOunuéEVWY TINWY Ba TTPETTEl va
gival kevipaplopéva kovtd oto 0, evw Ta dgiypata XapnAng toidtnTag Ba

TTPETTEI va €X0UV dlaoTTopd peyaAuTepn atrd 0.2. O1 HIKPOOUOTOIXIES TTOU gixav
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aKPaieg TIMEG 11 ATAV UWNAOTEPEG aTTO TIG KABOPIoPEVEG oudoug dev Ba

XPNOIUOTTOINBOoUV YIa TTEPAITEPW AVAAUCH.

EmimmAéov, €yive emPEARG avalnTnon oTa YETA-OEOONEVA TOU KABE TTEIPAPATOG
WOoTE va avakaAu@Bouv OAa Ta dciypata TTou TTpoépXovTal atrd dIAPOPETIKO
QUTIKO €id0¢, atrd oAOKANPo TO QUTO Kal aTrd peTaAAayuéva deiyparta. OTréTe
éyive avalntnon yia AéEeic kAeidid oTTwg “whole plant’, ‘'whole organism’,
‘mutated’ KTATT kal agaipéBnkav OAa Ta TTEIPAPOTA OXETIKA PE AUTA. TeEAIKA
kataAn&ape og 6933 vy dciypata atod diokpITd pépn (I0Toug) Tou Arabidopsis

thaliana.

KavovikoTroinon Twv TTpwWToYEVWY dedopévwV PE BEATIOTOUG
aAyopiBuoug Kal TTEPIYPAPEG AVIXVEUTWY YIA TV TTOPAYywWYN
deutepoyevwy dedopévv

210 TTpwrtoyevh dedopéva (CEL) Twv pIKpoouoToiXiwy TToU TTépacav
ETNTUXWG TOV  TIOIOTIKO  €AeyXo Kal  Ta  AAAQ  KpITApla  €TTIAOYNG,
TTpaypaTtotroIndnke emegepyaacia pe Tov ahyopiBuo SCAN (Piccolo et al., 2012).
O aAyopiBuog SCAN KavoVvIKOTTOIEI KABE PIKpOoUOTOIXia avecdpTnTa atmo Ta
uttéAoira deiypata Tng oeipdg, TTpaypaTtoTtrolei 010pBwaon uepOoAnYiag Tou
moocootoU GC Kal MeEIWVEl TIG OIOKUPMAVOEIGC TWV  AVIXVEUTWV Kal TWwV
MIKPOOUCTOIXIWV OTTO  KABE CexwploTo Ociyha, evw augdvel Tov Adyo
onuarog/BopuBou. O aAyopiBuog SCAN TrpoTiydrar étav  ouvdudadovTal
OciyuaTa JIKPOOUGTOIXIWV ATTO SIAPOPETIKEG TEIPEG 1] EPYATThPIA, KABWGS GAAOI
aAyopiBuol etregepyaaiag, 6TTws o RMA (Irizarry et al., 2003a) 4 o GC-RMA
(Wu et al., 2004), avrAouv TTAnpo@opieg amd oAa Ta deiypara padi, yia tnv
KAVOVIKOTTOINON Kal PE auTO TOVv TPOTTO OUVNTIKA EI0AYOUV ECQOAPEVES
ouoxeTioelg. EmTmTAéov xpnoiyotroiNOnke  TO  OPXEI0  TTEPIYPOPNS
MiIkpoouaTolxiwv Tng BrainArray (TAIRG version 22.0.0 )(Dai et al., 2005) mTou
uttepTepei Tou default CDF 1ng Affymetrix. O Adyog givail 0TI TTpO SEKATTEVTAETIOG
TTou oxedidoTnke T0 CDF 1ng Affymetrix, o1 yvwoeig yia 10 yovidiwpa Kal To
METAYPAPWUA ATAV TTPWIPES, OTTOTE APKETA OUVOAA QVIXVEUTWV E£iTE OEV
AVTIOTOIXOUV O€ KAvEva Yyovidlo, €iTE aVTIOTOIXOUV O€ TTEPIOCOTEPA aATTO €va
yovidia, evw Kal KATToIa yovidia avTIoTOIXOUV O€ TTEPICOOTEPA TOU EVOG GUVOAOU
avixveutwv. H ek véou avdAuon twv dedopévwy xpnoigotroiwvtag CDF, Ta

OTTOIa EvnUEPWVOVTAl OUVEXWG, Oivel TTIo afloTTioTa deutepoyevr dedopéva,
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OTTOU KABE OUVOAO QVIXVEUTWYV AVTIOTOIXEI O€ £va yovidlo Kal KABe yovidlo o€

€va gUVOAO QVIXVEUTWV.

AvalnTnon Kail avakTnon amro did@opeg Baceig SedopévwV Gpwv
TTOU TTEPIYPAPOUV TA YOVidIa TOU QUTOU KaIl ETTECEPYATIA TOUG

‘Eyive avalitnon PBioAoyikwv  O6pwv  yia  Ovtohoyieg  Movidiwv
(GeneOntology) (The Gene Ontology, 2019), Ovrtoloyieg Putwv (Plant
Ontology) (Cooper et al., 2018), BioAoyikwv Movotratiwv (KEGG, AraCyc
Pathways) (Kanehisa and Goto, 2000; Schlapfer et al., 2017), MeTtaypa@ikwv
Mapayoviwyv (Plant Cistrome Database, AtRegNet) (O'Malley et al., 2016;
Yilmaz et al., 2011) ka1 Oikoyevelwv Mpwteivwv (Pfam) (EI-Gebali et al., 2019),

ol oTToi0I TTEPIYyPAgouV Ta yovidla Tou Arabidopsis thaliana.

Karaokeun Baong dedopévwyv Kal atrofONKEUON TWV OEUTEPOYEVWV
0edopévwy o€ auTn

H oxeolakn Baon dedouévwy dnpioupyrbnke he oKOTTO va aTToBNKeUOEI
OAa Ta armapaitnTa dedouéva, TA OTToid OTn Ouvéxela B6a uTTopouv va
XPNOIMOTTOINBOUV PE dIAPOPOUS TPOTTOUG, OTTWG Yia Th dnuIoupyia Tou TTivaka
QTTOOTACEWYV METAEU yovIdiwv 1) yia TNV TTapouadiacr] Toug oTov I0ToToTTo. H
Baon oxedidotnke pe TN PBorBeia Tou MySQL Workbench, péow tou otroiou

dnuioupyndnke kai To didypaupa OvToTATWY — ZuoxeTiocwyv (Eikdva 8).
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Eikéva 8 — To ERD 1n¢ Baong 6edouévwy tou ACT
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H Baon dedopévwv TTEPIEXEI TOUG £ENG KUPIOUG TTIVOKEG:

Source

O Tivakag Source TTEPIEXEI TA OVOPATA TV ONPOCIWV ATTOBETNPIWY ATTO
Ta omoia  €yiIve AW  TTPWTOYEVWY  OEQOUEVWY  TTEIPAPATWV.
MepiAapBdvel Ta XapakTnpioTIK& SourcelD TO OTT0iI0 QTTOTEAE TO
TIPWTEUOV KAEIDI KaI TTEPIEXEI TOV KWOIKO TNG KABE PBAong dedouEvwv
(GEO, NASC kai AE) kai Name 110U avo@Eépel avaAuTIKA TO OVOPA TNG
Kabe Bdong Oecdouévwv (Gene Expression Omnibus, Nottingham

Arabidopsis Stock Centre kai ArrayExpress, avtioToixa).
Study

O mivakag Study TTepPIEXEI T OVOUATA TWV MEAETWV TTOU CUAAEXONKAV.
MepiAapBaver 1o StudylD 1TOoU ava@épel Tov KWOIKO TNG MEAETNG KOl
atToTEAEN KAl TO TTPWTEUOV KAEIDI KAl TO SourcelD kal TTepIEXEl TOV KWOIKO
TNG KABe Bdong dedopévwv. O OUYKEKPIUEVOCS TTIVOKAG CUOXETICETAI [E

Mia TTpog TTOAAEG (1:N) eyypa@ég ue Tov TTivaka Sample.
Sample

O mivakag Sample TrepIExel T OEiYMOTA TWV HEAETWYV TTOU CUAAEXONKaV.
MepiAapBaver Ta xapaktnpioTikd SamplelD (TTpwTtelov KA€Idi) TTOU
mepIAaUBAavel TOV KWOIKO Tou KABe OeiypuaTtog kai 1o StudylD TTOU
mepIAauBavel Tov KwdIKG TnNG KABe peAétng. O Trivakag Sample
ouoxeTiCetal pe pia mpog TOAAEG (1:N) eyypagéc pe Tov Trivaka

Expression.
Samples

O Tivakag Samples TmepIAapBavel Ta  XapakTtnpioTikd SamplelD
(TTpwTEUOV KAE1SI) TTOU TTEPIAAUPBAVEI TOV KWOIKO TOU KABE dEiyuaToS Kal
10 StudylD tMoU TrEpIAQUBAvVEl TOV KWOIKO TNG KABE HPEAETNG Kal TO
XOpakTNPIOTIKO Samplelndex TTou TrepIAapPBdavel TNV apiBunon Twv
OeIyudTWY PE augouoa oelpd. XPnOIUOTIOIEITAl WG EVOIANETOG TTIVAKAG

peTagu Sample kai Selected_Samples.
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Expression

O Tmivakag Expression TrepIAauBavel Ta XapakTnpioTika SamplelD
(kwdIKAG Tou deiypaTtog), StudylD( kwdikdg peAETNG), ProbeSetID trou
TTeEPIANAUBAVE! TOV KWOIKO TOU KABE ouvOAoU avixveuTwy Kal Expression

TTOU TTEPIEXEN TIG TINEG EKYPAONG TOU AVIXVEUTH IO KABE deiyua.
ProbeSet

O mivakag ProbeSet 1repi€xel To cUVOAO avixveUTWY yia KABe yovidio yia
T0 chip upikpoouoToixiwv TnG Affymetrix yia 1o Arabidopsis thaliana.
MepiAapBaver Ta  xapaktnpioTik@ ProbeSetlD (KwdIKOG Tou KABE
OuUVOAOU avIXveuTwv) Kal Gene 1Tou TTEPIAapBAvel Tov Kwdike AGI Tou
KaBe yovidiou. O OUYKEKPIPNEVOG TTIVAKAG OUOXETICETAI PE Mia TTPOG

TTOAAEG (1:N) eyypagég pe Tov TTivaka Expression.
ProbeSets

O Tivakag ProbeSets mepiIAapBdvel Ta xapaktnpioTikd ProbeSetindex
(TTpwTeloV KAEIDi) TTOU TTEPIAQUPBAVEI TNV apiBuNon Twv OCUVOAWV
QVIXVEUTWV ME augouoa oceipd Kal ProbeSetlD (KwdIKOG TOou KAOE

OUVOAOU QVIXVEUTWV).
Selected_Samples

O Tmivakag Selected Samples Trepiéxel 6Aa  Ta  deiyyata  TTOU
EMAEXONKAV  PeTd  TOV  €Aeyxo  TmoidTnTag. [MepihauBdver  Ta
XOpakTNPIOTIKA Samplelndex (TTpwTevov KAEIBi) TTou TTEPIAAPPBAvEl TV
apiBunon Twv delyudTwy pe auéouoa ocipd kai ProbeSetID (Kkwdikdg Tou

KABe ouvOAou aviXVEUTWV).
SDRF

O mivakag SDRF Ttrepiéxel Ta peta-0edopéva yia 1o KABe Treipaua.
MepiAapBaver Ta xapaktnpeioTikG ID, Tou eival évag povadikdg augwv
apIBudGg yia KABE XOapAKTNPIOTIKO Kal TTpwTelov KAeIdi, StudylD wg
TTpwTEUOV Kal &Evo KAeIBi kal SampleNum, Column kai Value, Ta otroia
XPNOIYOTTOIOUVTaI VIO Va atroBnKeUOOUV Kal VO KATAYOPIOTTOIOOUV TIG

OIAPOPETIKEG TTANPOPOPIEG TOU KABE BEIYUATOG OE KABE PEAETN.
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ENSG

O mivakag ENSG trepiéxel TIG TTAnpo@opieg Twv yovidiwyv. MNepIAauBavel
Ta XapaktnpIoTIKG Gene TTou gival éva povadiko dvoua yia KaBe yovidio
Kal TTpwTtelov KAeI®i, Symbol TTou €ival n ovopacia-cUYBoAo Tou
yovidiou katd HGNC, Name 10 TTAfpeg Ovoua Tou yovidiou Kal

Description 110U €ival n TTEPIYPOPN TOU.
Selected_Genes

O mivakag Selected_Genes Trepi€xel Ta mAeyuéva yovidia tou ACT.

MepIAapBavel To XapakTnpIoTIKO Gene wg ¢EVO Kal TIPWTEUOV KAEIDI.
TF

O mivakag TF trepi€xel Ta ovopata OAwV Twv dIABECINWY PETAYPAPIKWY
Tapayoviwy yia To Arabidopsis thaliana. T[epihaupBdver 10
XapakTNPIOTIKO TF wg KUplo KAEIOi TTOU QTTOTEAEI TA OvOUOTA TWV
METAYPOAPIKWV TTAPAYOVTWY TTOU £X0UV OedOUEVA E yovidia oToxoug. Ta

oedopéva TTpoépxovtal atmo 1o AtRegNet.
GO

O mivakag GO Trepi€xel Ta dedopéva ovroloyiag yovidiwv atro 1o Gene
Ontology. MepihauBdvel Ta xapakTnpioTIKG Accession wg TTPwWTEUOV
KA€IOi, TTOU €ival 0 POVABIKOG KWAIKOG yia KABe ovroAoyia, Name kai
Ontology, Ttou avrtioTOIXO €ival TO OVOPO KAl O€ TroId KaTnyopia
ovToAoyiag yovidiwv ato TiIg Tpeig avrkel (Biological Process, Cellular

Component, Molecular Function)
PO

O mivakag PO trepiéxel Ta dedopéva ovrohoyiag utwy atrd Tn Bdon
oedopévwyv Planteome. lMepidafdvel Ta XapakTnpioTIKG Accession wg
TTPWTEUOV KAEIBI, TTOU €ival 0 POVABIKOG KWAIKOG yia KABe ovtoloyia,
Name kai Ontology, 1Tou €ivali T0 OvOPO KOl O€ TTOIQ KATNyOpPia
ovioloyiag @utwv amd TIg duo avhkel (Plant Anatomy, Plant
Developmental Stage).
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Entrez

O Tivakag Entrez Tmepiéxel Tou KwdIKOUG yovidiwv ammd Tn Pdon
oedopévwy Entrez Genes. MepiAapBavel To xapakTnploTiko EntrezID wg
TTPWTEUOV KAEIDI, TTOU €ival oI Jovadikoi KwdIKoi yovidiwv pe Bdon Ta

EntrezGenes. Xpnoiyotroigital yia Tnv Tepiypagr Twv WikiPathways.
WikiPathways

O mivakag WikiPathways trepiéxel dedopéva yia BIOAOYIKA POVOTTATIa
yovidiwv. MepiAapavel Ta xapaktnpioTikd WikiPathway, 1Tou givail évag
MOVadIKOG KWOIKOG yia KABE XapakTnploTiKO atrd Tn Bdon WikiPathways
Kal TTpwTevov KAeIdi kal Description 1o otroio €ival pia avaAuTiki

TTEPIYPOAPN TOU XAPOKTNPIOTIKOU.
AraCyc

O Tmivakag AraCyc TtrepiExel 0edopéva yia HETABOAIKG povoTtTdTia
yovidiwv @utwyv. MepidapBdvel Ta xapaktnpioTikd AraCyc, TTou gival
évag PHoVadIKOG KWOIKOG yIa KABE XapaKTNPIOTIKO KAl TTPWTEUOV KAEIDI
kai Pathway T10 oTm0i0 €ival pia  avoAuTik  TTEPIYPAQR)  TOU

XOAPOKTNPIOTIKOU.
KEGG

O Trivakag KEGG Trepiéxel dedopéva yia BioAoyikd JovOTTATIa YovISiwV
armé 1 Paon KEGG Pathways. [MepihapBdvel Ta xapaktnpIioTIKG
KEGGEntry 1Tou €ival évag povadikog KWOIKOGS yIa KABE XapaKTNPIoTIKO
Kal TTpwTevov KAEIdi kol KEGGName 10 oT110i0 €ival To TTAAPES dvoua Tou

BioAoyikoU povoTtraTiouU.
PFam

O mrivakag PFam trepi€xel dedopéva yia TIG OIKOYEVEIEC TIPWTEIVWV TWV
yovidiwv. [MepldapBavel Ta xapaktnpioTikd PfamID tou eivalr €vag
MovadIKOG KWOIKOG yia KABe eyypa®n Kal TTpwTeUoV KA€1Bi, Family 1o
OTTOIO AVOQPEPETAI OTNV EUPUTEPN OIKOYEVEIQ TTOU AVIKEI N EYypaA@r) Kal
Summary 10 oTT0i0 €ival hia avaAuTIKA TTEPIYPAPNA TNG OIKOYEVEIQG.
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e AtRegNet

O mivakag AtRegNet trepiéxel dedopéva HETAYPAPIKWY TTAPAYOVTWY Kal
TWV YoVIOiwv oTOXwV Toug atrd Tnv €I0IKr Baon dedouévwyv AtRegNet.
MepiAauPavel Ta xapaktnpioTikd Gene TTou €ival To yovidio kai TF, o
METAYPOAQPIKOG TTAPAYOVTAG TIOU E€ival OTOXOG Tou, Kal Ta OUO WG

TTPpWTEUOVTA Kal EEva KAEIDIA.
e Ecker

O mivakag Ecker trepiéxel DEBOUEVA PETAYPAPIKWY TTAPAYOVTWY KAl TWV
yovidiwv oTOXwv Toug atrd TnVv 101K Bdon dedouévwy Plant Cistrome
Database. lNMepiAauBavel Ta XxapaktnpioTikd Gene TTou gival To yovidlo
Kal TF, o peTaypa@ikog TTapdyovTag TTou €ival 0TOX0G TOU, Kal T U0 w¢

TTPpwTEUOVTA Kal EEva KAEIOIA.

O1 utréAoitrol  TTivakeg  TTou  gu@avifovial O0To  dIAypAPPa  aTTOTEAOUV
EVOIAPETOUG TTIVAKEG TTOU OUOXETICOUV TA DEQOPEVA TWV TTIVAKWY TTOU EVWVOUV.
MNa Tapadeiyua o mivakag ENSG_GO ocuoxeTidel OAa Ta yovidia pe To KaBe 6po
OVTOAOYiIaG YOVIBiWV TTOU TTEPIYPAQPEI TO KABEVA. 2€ KABE TTivaKa £YIVE El0AYWYN
Tou apxeiou .txt pye 1O avriotoixo ovoupa. H Odnuioupyia Twv flat files

TTEPIYPAPETAI TTAPAKATW.

AetrTOopEPG avaAuon TPOTTOU AVAKTNONG dedopEVWY atrd TIG
avTiOTOIXEG BACEIG

Thalemine Araport

To Thalemine (Krishnakumar et al., 2015) amoteAei Tnv TTAéOV
QVOAUTIKOTEPN Kal TTEPIEKTIKA Bdon dedouévwyv o€ O,TI agopd yovidia yia To
Arabidopsis thaliana. MMpoc@épel avaAuTIKEG TTANPoQopieg yia KABe yovidio,
divel duvaTdTNTa ANWNGS TTANPOPOPIWYV TOU KABE YoVvIdiou JE EEWTEPIKES PATEIG,
OTTWG OVTOAOYIEG YoVIBIWV Kal UTWYV Kal BIoAoyIKwV povoTraTiwy. O I0TOTOTTOG
TTPOOo@EPEl Wia AsiToupyia ARWng TTAnpoopiwy, TOCO atrd TnVv idia Tn PAaon
oedopévwyv Araport (Cheng et al.,, 2017), 600 kai a1d €§WTEPIKEG TTNYEG,
Tapouoia ue To Ensembl Biomart (Kinsella et al., 2011). Xdpig Tn duvartdmnTa
oUVOEDNG UE AUTEG TIG EEWTEPIKES TTNYEG, €ival duvaTov va TTapdyouue AiOTeEG
TTou cuvdéouv 10 ENSG ID Tou KGBE yovidiou e TO avTiIOTOIXO XAPAKTNPIOTIKO,
TT.X. TIG ovToAoyieg yovidiwv TTou Tov Treplypd@ouv | Ta ovouata HGNC Tou
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KA6e yovidiou. EITTAéov, YTTOpOUPE va TTAPAYOUNE auTh TN AioTa PE TIG iDIEG
OKPIBWG TTAPANETPOUG TTPOYPAUMATIOTIKA, XWPIG va TNV KATERACOUNE TOTTIKA,
xpnoigotroiwvtag TN Asitoupyia XML 1rou mrpoc@épeTal amd 1o Thalemine
BioMart.

Gene Ontology
O1 ovroAoyieg yovidiwv TToU TTEPIYPAPOUV Ta Yovidia Tou Arabidopsis

thaliana eNq@Bnoav armd Tov I0TOTOTTO Tou geneontology.com. ‘Eyive xprion
EVOG apxeiou pop@oTtroinong .obo 1o oTToi0 TTEPIEXEI OAEG TIG OVTOAOYIEG TTOU
gival 01a6€o1peg. KdBe eyypagry €xel €vav PovadikO KWwOIKO TTou AEyeTal
Accession kal xapaktnpifetal ammo 1a apxikd GO kal évav eTrTagn@io apiOuo
eVwEVa Pe avw-kKatw TeAgia (.. GO:0000005). Katw atd Tov povadikd
KWOIKO UTTApXOoUV ETTITTAEOV TTANPOQPOPIEG OXETIKA PE TNV OVTOAoyid, OTTWG TO
TAAPEG OVOPA TNG, dia TTepIypa®nr TNG KABWG Kal Ol OXECEIC TNG ME AAAEG
ovtoAoyieg. Mia ovtoloyia PTTOpEi va aTToTEAEl EUPUTEPO OPO ATTO Hia AAAN
OTTOTE ATTOTEAEI OVTOAOYia-yovéa auTAG. YTTApYouv 3 KATNYopieG OVTOAOYIWV,
biological process, cellular component kai molecular function, dpa OAeg ol
OVTOAOYIEG EMTTITITOUV OE Hia fj TTEPICOOTEPEG aTTO TIG 3 KATnyopieg. TEAOG,
avaypa@eTal av pia ovroAoyia €xel Katapynbei KaBWG Kal n TTPOTEIVOUEVN

ovToAoyia TTou Ba Tnv avTIKataoTACEI | av £XEl EVAANOKTIKEG OVTOAOYIEG.

Katd v Aqpn Twv dedopévwyv dnuioupyndnke 1o apxeio GO.ixt, 10
OTTOIO TTEPIEXEI OAEG TIG DIOBETIUEG OVTOAOYIEG, avAAoya UE TNV KATNyOpia TTOU
avrkouv. EmimmAéov, dnuioupyrnBnke kai éva apxeio GO _Alt.txt To otroio cuvdéel
T0 Accession KA0g ovToAoyiag pe To eVAAAQKTIKO 1) TO TTpoTEIVOUEVO Accession

TTOU TNG AVTIOTOIXEI.

To apxeio 1Tou ouvdéel TO KABe yovidlo pe KATtTola ovToAoyia
(ENSG_GO.txt) dnuioupyndnke XpNOILOTTOILVTAG TNV TTAAT@OPPa £EOPUENG

0edouEVWY TTOU TTPOCPEPETAI TTO TO Thalemine.

lNa TNV KOTOOKEUR TOU QPXEIOU TTOU TTEPIEXEI TIG OVTOAOYIEG KAl TIG
ovTOAOYiEG-yoveig TNG KABe ovToAoyiag, BewpnBnKe OTI YOVEIG €ival 0l OVTOAOYiEG

TTOU TTEPIYPAPOVTAI HE TIG EEAGC PPATEIG:

is_a: GO:
intersection_of: part_of GO:
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intersection_of: negatively_regulates GO:
intersection_of: occurs_in GO:
intersection_of: positively_regulates GO:
intersection_of: regulates GO:
relationship: part_of GO:

relationship: negatively_regulates GO:
relationship: occurs_in GO:

relationship: positively_regulates GO:
relationship: regulates GO:

Plant Ontology
AvTioToIxa PE TIG OVTOAOYIEG YOVIOiWV, UTTAPXOUV KOl Ol OVTOAOYiEG

QUTWV, TTOU TTEPIEXOUV OpouG Kal PBIOAOYIKEG OlEPYATieC ATTOKAEIOTIKES yia
QUTIKOUG opyaviopous. H kaBe ovtoAoyia ptropei va avikel o€ pia amd duo
kartnyopieg (Plant Anatomy kai Plant Developmental Stage). H diagopd e Tig

ovToAoyieg yovidiwv gival 0TI Ta apxIkG kaBe Accession gival PO.

H Aqwn Twv dedouévwy Eyive ue avtioToixo TpoTtro ue 1o Gene Ontology

Kal dnuioupyndnkav Ta apxeia, PO.txt, PO_Alt.txt kai ENSG_PO.txt.

KEGG
H Baon oedopévwv KEGG Trpoo@épel TTANpo@opiec yia PBIoAOYIKA

MovoTTdTia oTa oTToia AauBdavouv uépog yovidia. Ta yovottdria xwpilovtal ava
OpYyavIoNO Kal €TTITTAEOV KABE YoVOTTATI £XEl €vav Hovadiko KwdIKO oTn BAon
oedopévwy. Eyive avalntnon kal Awn 0Awv Twv dIABECINWY HOVOTTATIWY YIa
T0 Arabidopsis thaliana, TTou €€l TOV JOVAdIKO KwIKG opyaviopou TO0041 oTn

Baon dedouévwy, ato apxeio KEGG.txt yéow Tou cuvdéopou:
https://www.genome.jp/dbget-bin/get_linkdb?-t+pathway+gn:T00041

Ta dedopéva ouvduaopou yovidiwv Tou @uTou Kal povotratiwv Tng KEGG,

A@Bnkav atré 1o Biomart Tou Thalemine, oto apxeio ENSG_KEGG.txt.

WikiPathways
H WikiPathways civail pia Baon dedouévwy yia BIOAOYIKA HOVOTTATIO KAl

OUVTNPEITAI KOI AVAVEWVETAI ATTO TNV ETTIOTNUOVIKI KOIvOTNTA. 'EYIVE AfjYn Twv
0edopévwy PBIoAoyIKwyY povoTTaTiwv yia To Arabidopsis thaliana amd 10

ouvoEoO:

http://data.wikipathways.org/current/gmt/Arabidopsis_thaliana
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Emeidn 1a dedopéva amd tnv WikiPathways xpnoipgotrololv Toug KwdIKoUg
Entrez yia ka0 yovidio, £yive TTpwTa Afyn TTANPOPOPIWYV Yia Ta OAa yovidia
amdé 1N Bdon dedouévwyv Entrez KaBwg Kal n avTiOTOIXION TOUG HWE TOUG
Kwdikoug amdé Tnv  Ensembl. TllapdxBnkav T1a apxeia, Entrez.txt,
Entrez_ ENSG.txt, WikiPathways.txt ka1 Entrez_WP.ixt.

AraCyc
21N Pdon &edopévwyv AraCyc trepiExovrtal dedopéva yia BIOAOYIKA

MOVOTTATIO OUYKEKPINEVA yia TO Arabidopsis thaliana xaBuwg atroTeAEi
mapdptnua G TAIR. ‘Eyive Ayn 6Awv Twv BIOAOYIKWY PovOTTATIWY ATTO TO

ouvOECO:

https://pmn.plantcyc.org/groups/export?id=:ALL-PATHWAY S&tsv-
type=FRAMES

kar trapaxenkav ta apyxeia AraCyc.txt kai ENSG_AraCyc.txt 10 oTtr0i0

TTEPIYPAPEI TN OUVOEDN YOVIBIWV KAl OVOTTATIWV.

AtRegNet
H Baon dedopévwv AtRegNet TTepi€xel TreipapaTikd eTaAnBsupévoug

OTOXOUG METAYPAPIKWYV TTAPAYOVTWYV TTAVW o€ yovidla Tou Arabidopsis thaliana.

‘Eyive Afyn Tou apxeiou atrd 1o OUVOECHO:
https://agris-knowledgebase.org/Downloads/AtRegNet.zip
Kal Trapaxonkav Ta apxeia AtRegNet.txt kal TF.txt

Plant Cistrome Database
H paon oedopévwy Plant Cistrome Database Ttrepiéxel oToxoug

METAYPOQPIKWY Trapayoviwyv TTavw o€ yovidla Tou Arabidopsis thaliana,
TTapayouevoug péow Treipaudrwy DAP-seq. ‘Eyive Ajyn Twv dedopévwv

ampDAP yovidiwv otéXwv a1rd T0 cUVOECHO:

http://neomorph.salk.edu/dap_web/pages/dap _data_v4/fullset/dap_do
wnload_may2016_genes.zip

Kal Trapdxonkav Ta apxeia Ecker.txt kair TF_Ecker.txt

Pfam
H Bdon &edopévwv Pfam eivar n kare€oxiv €mAoyr) yia dedouéva

OIKOYEVEIWV TTPWTEIVWYV. 'Eyive Aqwn Twv dedouévwy atrd To OUVOECO:
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ftp://ftp.ebi.ac.uk/pub/databases/Pfam/current_release/database_files/p
famA.txt.gz

Kal Trapdxenkav Ta apxeia Pfam.txt kai ENSG_Pfam.txt

Anpioupyia Tou BEVTPOU CUOXETIONG OEIYHATWY KAl AUTOHATN
EMIAOYN TWV AVTITTPOCWTTEUTIKWYV OEIYHATWYV

21N 81400 pag péow Tou Trivaka Expression tng Baong dedopévwy,
EXOUME TNV €K@pacn Tou KABe yovidiou trou TrepIAauBdavovtal oto chip Tng
Affymetrix, o€ K6 £va atro Ta deiypaTa TTou €XoUupE KaTeBAoel atro Ta dnuooia
KataBetApIa. Aute pag divel Tn duvaTOTATA VA UTTOAOYIOOUNE TOV OUVTEAEOTA
ouoxETiong Pearson petagu Ttou KABe Cevuyoug ammd Ta 6933 Oeiypata

OUYKPIVOVTaG TNV €KPPacn Tou KABe deiypaTog avd yovidio.

O ouvreAeoTtig ouoxétiong Pearson (Pearson Correlation Coefficient, PCC)

(Pearson, 1895) 1 aA\iwg Tiun r (r-value), utroAoyileTal wg €EAG:

o Y — D — )
> VI (= 02 X (v — §)?

2.€ AUTAV TNV TTEPITITWON X; Eival N TIM £KQPAONS VOGS CUYKEKPIPMEVOU YoVIdiou
i 0TO OEiyua X KAl y; €ival N TIPA €K@paong Tou idlou yovidiou oTo OEiyua Y, UE TO
n va gival 1o oUvoAo 6Awv Twv yovidiwv. O1 dlaBéoiueg TIUES Tou r-value gival
ammo -1 péxpr 1. To 1 deixvel 6T Ta dUO OTOIXEIQ, OTNV TTEPITITWON MAg TA
dciyuara, TTou ouykpivovTal €ival ATTOAUTWG CUOXETICOPEVA TO €va E TO AAAO,
evw n Ty -1 Oeixvel 6T Ta dUO deiypata gival ammoAUTwS avTiBeTa
ouoxeTi(opeva. Or evdidueoeg TINEG Beixvouv TTO00 TTOAU CUOXETICOVTal BETIKA
N apvnTik& Ta dUO oToIxeia, evw N Tiu O onuaivel o1 dev UTTAPXEI Kapia
ammOAUTWG ouoxéTion. Ev TéAel, AauBdavovtalr ol avd Ceuyn OUVTEAEOTEG
ouoxéTiong  avdueca ota  Ociypata.  O1  TIMEG QUTEC  MTTOPOUV  va
avatrapacTaBolv w¢ €vag Tivakag atmmooTdocswv pop@oTtroinong Phylip
(Felsenstein, 2008). ApxIKd, TTPETTEI va YiVEI N WETATPOTTI) TWV r-values o€ TIYEG
ammootdccwyv (distance values). O paBnUATIKOG TUTTOG TTOU XPNOIKOTTOIEITAI

givai:

d = 1 —r(Kassambara, 2017)
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AgaipwvTtag Tnv KaBe r-value atrd 10 1, £xoupe TTAEoV €UPOG TIHWV [0,2], YE TN
MIKPOTEPN TIUA va OgiXvel TTANPN OCUOXETION Kal TN MEYAAUTEPN va deixvel TTARPN

AvTI-OUOXETION.

Ta apxeia Phylip akoAouBouv Tn pgop@r} TPIYWVIKOU TTiVOKA. 2TN BACIKY TOUG
Mop®R, N TTPWTN YPAUMA ival £€vag aplBPOG Pe TO GUVOAO OAWV TwV dEIyUATWV.
O1 uTTOAOITTEG YPOUUEG gival Xwplopéveg Pe tab, og poper oTnAWwy. H TpwTn
oTAAN TNG KABE ypapung cival kal éva dlIa@opeTIKG OEiyua Kal ol UTTOAOITTEG
OTAAEG TIG YPAPUNAG €ival oI TIUEG ATTOOTACEWYV EKEIVOU TOU OEiyUATOG PE T
uttéAoITTa cupTTEPIAaPBavouévou Kal Tou 18iou, oTTOTE TO OUVOAO TwV OTHAWV
gival ioo pe Tov apIBPo Twv deyudTwyY ouv TNV TTPWTN OTAHAN WE TO dvoua TOU
OIAPOPETIKOU dEIYPNATOG KABE @opd. AVTIOTOIXO KAl TO OUVOAO TWV YPAUHUWY
gival ico pe Tov apIBPo TwV JEIYNATWY CUV TRV TTPWTN YPANUNA TTOU QVOQEPALE.
Eriong, mepigévoupe n dlaywviog TOU TTiVaKa va €ival undevIK KaBwg yiveTal
oUyKpION KABE dEiyNATOG PE TOV €aUTO TOU, Apa Kal N TIUA aTTO0TAONG PETALU
Tou idlou deiypaTog Ba ival 0. Kabwg, Aoitrdv, ol rivakeg popgpotroinong Phylip
E€XOUV TN HOPQ@I TTOU TTEPIYPAWANE, €V TEAEI UTTOPOUME va TTOUMPE OTI gival
TIPOKTIKA €vag Avw TPIYWVIKOG TTiVAKAG, TTOU TA KOTOTITPIKA TOU OTOIXEIa
Xwpifovtal atro TN PNOEVIK dlaywvio. TEAIKA, oI JOVADIKES TINEG TOU TTivaKa

uttoAoyifovTal aTTd TOV TUTTO:

N(N -1)
2
6
A 0 0.3 0.15 1.35 1.25 0.6
B 0.3 0 0.3 1.3 1.2 0.65
C 0.15 0.3 0 1.35 1.2 0.6
D 1.35 1.3 1.35 0 0.4 1.4
E 1.25 1.2 1.2 0.4 0 1.3
F 0.6 0.65 0.6 1.4 1.3 0

Mivakag 1 — Mapadeiyua apxeiou Phylip
H dnuioupyia Tou apxeiou popotroinong Phylip, ivaka ammooTtdoswy, peTagu
Twv 6933 deIlyUATWY EYIVE XPNOINOTTOIWVTAG TO script pcc.php. To apxeio autd
gixe 6934 ypapuég kal 6934 oTAES Kal HE GUVOAIKO QpPIOPO JOVABIKWY TIMWVY
PCC va cival 24,029,778.
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XpNoIYOTIOIWVTAG TO apxeio popgotroinong Phylip wg apxeio €l06dou, ol
aAyOpIBUOI  1IEPAPXIKNAG OMOBOTTIOINCNG MTTOPOUV va  dnPIoupyrnoouv €va
QuAoyeveTIKO dévTpo popotroinong Newick. To mmakéto phangorn (Schliep et
al., 2017) ¢ R mmpoo@épel TTOAAEG BUVATOTNTES YIA QUAOYEVETIKA SEVTPA KAl
OiKTUA, CUMTTEPIAAUPBAVOUEVWY KOl UAOTTOINCEWY TWV AAYOPIBUWYV 1EPAPXKIKNAG
opadotroinong Neighbor Joining (NJ) (Saitou and Nei, 1987) kai Unweighted
Pair Group Method with Arithmetic Mean (UPGMA) (Sokal and Michener,
1958). H pyéBodog UPGMA xpnoiuoTroifOnke yia Tn dnuioupyia Tou dévipou
OUOoXETIONG TWV 6933 delyUATWYV WE TIG €GAG EVTOAEG OTNnV R:

Tibrary("phangorn')

dm <- as.dist(read.table("samples_R_clean.phylip", sep =
"\t"))

upgma_tree <- upgma(dm)

write.tree(upgma_tree, "samples_R_clean_upgma.new")

ME TN dlagpopd oTo apxeio Phylip, 611 yia va diaBacTei ammd Tnv R, Ba TTpéTTel n
TTPWTN TOU YPAPUA va PNV €ival 0 apliBudg Twv delyudtwy aAAG OAa Ta ovopata
Twv OEIyUATWY Xwplopéva pe tab. H PeTATPOTTH TOU £yIVE XPNOIKNOTTOILVTAG
PHP.

To apxeio samples_R_clean_upgma.new e€ival TO dEVTPO GUOXETIONG TWV
6933 odelyudtwv oe popgotroinon Newick. To kdBe @UAAO TOou OEVTPO
avTioToIXEi 0€ €va atrd 1a 6933 deiypata. A TNV OTITIKOTIOINON TOU OEVTPOU
XPNoIhoTToINBnKe To TTPdypapua TTpoBoAns dévipwy Dendroscope (Huson and
Scornavacca, 2012). Emiong pe 10 idio TTpoypappa £yive Kal n Tagivéunon Tou

d0évTpou e augouoa (ascending) oeipd.

Na va UTTOPECOUNE VA ATTOPOVWOOUE TA TTIO AVTITTIPOCWTTEUTIKG OEiyMATA ATTO
Ta 6933, xpnoigotroiNdnke éva aAyopiBuog autouaTng KOTTNG QUAAWV TTou
onuioupyndnke amd tov Ap MaoAatpd kal TPOTTOTTOINBNKE ATTO €UAG, O
PhyloPrune. ¢ éva kKAAd0 pe 2 @UAAG 0 aAyopIBuOG ETTIAEYEI va KOWEI TO UAAO
ME TNV MIKPOTEPN amoéoTacn aTrd TovV KOIvO KOUPO. ZTnv TTEPITITWON Twv
OEVTPpWY TTOoU €xouv dnpioupynBei e UPGMA, Ta @UAAa KataArjyouv oTnyv idia
TEANIKG amrdéoTacn, OoTTOTE O€ aAUTAV TNV TTEPITITWon o PhyloPrune emmAéyel va
KOWel TO 1° a1rd Ta 2 QUAAQ pe idla attdéoTacn oTov idlo KAAd0. ATTOQACIOTNKE

VO PEIWBEl 0 apiBudg Twv deyNATWY OTO IO, dnAadrn atmd Ta 6933, va
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Tapapeivouv Ta 3500 TTI0 AVTITTIPOCOWTTEUTIKA a1t autd (AioTa Twv dEIlyPaTwyv
di0Béaiun: https://www.michalopoulos.net/act/sample_table.php) (Eikéva 9).

Ta 3500 dciypaTta armmoteAouv, TEAIKA, Ta Un-JETAAAQYUEVA, LEXWPIOTOU I0TOU
selected_samples, PBdaocel Twv otoiwv Ba yivel n avdAuon yovidIaKng

OUVEKQPOAONG yia To Arabidopsis thaliana.

1600

=

Eikoéva 9 - H karavoun Twv I0TWV TTPIV KAl UETA TNV QUTOUATN TTEPIKOTTA TwV OEIyUdTWV yIa TO
ACT

Anpioupyia Tou dévTpou YoVISIOKAG OCUOXETIONG YOVISiwv

KaBwg péow Tou mivaka Expression TG BAong dedouévwv £XOUUE TNV
£K@paan Tou KaBe yovidiou o€ KABe Eva atrd Ta deiypaTa, YE AVTIOTOIXO TPOTTO
ME TOV UTTOAOYIONO TWV CUOXETIOEWV METAEU TWV OEIYUATWY, PTTOPOUME va
UTTOAOYIOOUNE TOV CUVTEAEOTH OUOXETIONG Pearson PeTagu Tou KaBevog atrd Ta
21273 yovidia, dnAadni Ta yovidia TTou TrepIExovTal 0To chip Tng Affymetrix,
OUYKpivovTag TNV éK@pacn Tou KaBe yovidiou ota 3500 deiypaTa TTou ETTIAECANE
€K TwV TTPOTEPWYV. O UTTOAOYIOUOG YiVETAI JE TOV iDIO TPOTTO TTOU TTEPIEYPAPNKE
OoTNV TTPONYOUMEVN €vOTNTA, HOVO TTOU O€ AUTAV TNV TTEPITITWON X; Eival N TIUA
£KQPAONG EVOG CUYKEKPIPEVOU YOVIBIOU O€ Eva CUYKEKPIPEVO BEiyPa i Kal y;gival
N TIUA €KPPaong evog AAAoU yovidiou oTo id10 deiyua, Y€ TO n va €ival TO CUVOAO
OAwv Twv emAeyhévwy deiyudTwy. ‘ETol mTapdyetal éva  apxeio-trivakag
MopgoTroinong Phylip pe Ta yovidia Kai T TINEG OUVEKPPOAOTG TOUG. TO apxEio
Phylip dnuioupyndnke xpnoIMOTTOILVTAG TO pccg.php Kail €ixe 21274 ypappég
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Kal 21274 otAeg kal pe ouvoAikd apilBud povadikwv Tipwv PCC va eival
226,259,628.

Na 1t  dnuioupyia Tou  OEvipou  YOVIOIOKAG  OUOXETIONG
XPNoIJoTToIN8nKav ol idiol aAyopIBuoI KAl TTApAUETPOI TTOU TTEPIEYPAPNKAV OTNV
TTPONYOUMEVN evotnTa. To OEVTPO TTOU TTapdxOnke
(probeset R _clean_1 _minus_d_upgma_ladder.new) amoTteAei TO0  TEAIKO
TTPoidV TNG avAAuong yovidIaKNG OUVEKPPAONG yia To Arabidopsis thaliana. Ta
21273 yovidla arroteAouv Ta QUAAa Tou Oévipou. H arrdéotaon peETagu duo
yoVvIQiwv OEgiXVEl TTOOO OTEVA OUVOEDEUEVN Eival N €KPPAOT TOU €VOG yovidiou
ME TO AAAO. Movidla TTOU CUMMETEXOUV OE TTAPOUOIES BIOAOYIKES BladIKATIES N
id10 METAPBOAIKG povoTTdTia BpiokovTal o€ KoIvoug KAGdoug Tou dévTpou. lMNa

KAAUTEPN ATTEIKOVIOT) TOU, £YIVE TAgIVOUNON Tou dEVTpou YE pBivouoa oelpd.

Zupaivetiki Zuoxétion (Cophenetic Correlation)

O oup@aIveTIKOG OCUVTEAEOTAG OUOCXETIONG METPA TG00 TTOTA £va
QUAOYEVETIKO Oévipo diatnpei TIG avd feuyn TIMEG TOU QPXIKOU TTivakad
QTTOOTACEWV OTTO TOV OTroio TTPONABe TO Oévipo PEOW aAyopiBuwv
opadotroinong (Sokal and Rohlf, 1962; Sokal and Michener, 1958).
XPNOIUOTTOIWVTAG TO iD10 TO OEVTPO WG OPICUA, TTAPAYETAI EVAG TTIVAKAG TIMWV
TTOU TTEPIEXEI TIG avdA Celyn OTTOOTACEIG, OTTWG AVTITTIPOCWTTEUOVTAl ATTO TO
OEVTPO Kal OVOPALoVTAl CUUPAIVETIKEG ATTOOTACEIG 1] CUMQAIVETIKES TIUEG. 'Evag
OUMQAIVETIKOC  TTIVOKAG OTTOOTACEWYV UTTOPEl  va  TrapaxBei péow TNG
ouvapTtnong cophenetic Tou takEéTou stats tou Tupriva ™G R, ammd éva

OeDOUEVO QUAOYEVETIKO dEVTpo o€ pJopoTroinon Newick, wg €¢AG:
upgma_tree <- read.tree("upgma_tree.new")
upgma_dm<-cophenetic(upgma_tree)

write.table(upgma_dm,file="cophenetic_upgma.dist",se
p= ll\tll)
2Tn OUVEXEIQ, OUYKPIVOVTAG TIG avd (euyn TIMEG TwV idlwv Ceuywv atmd Tov
OUPQAIVETIKO Kal TOV apXIKO TTiVAKA aTTOOTACEWYV, UTTOAOYICETAI O OUVTEAEDTAG
ouox£Tiong Pearson, OTTOU 0TV CUYKEKPIYEVN TTEPITITWON OVOUAZETAl

OUPQAIVETIKOC ouvTeAeoTg cuoxéTiong (CPCC). 'Etol pytropoupe va OoUuE
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TTOOO0 KOAQ QVOTTOPIOTWVTAI Of TIUEG TOU aPXIKOU TTiVOKO ATTOOTACEWV UE TNV
MEBODO opadoTroinong TTOU XPNOIMOTIOINBNKE -OTnV TTEPITITWON HAG TNV
UPGMA. Egappolovtag 6ca avagépbnkav mrapamdvw yia 1o ACT, o CPCC
Tou dnpioupynuévou pe UPGMA dévTpou, uttodoyiotnke 0.592.

Anpioupyia Tng d1a3IKTUAKAG BIETTAPNG XPROTN

lNa v duvaTdTNTa EUPECNG CUVEKPPACOPEVWY YOVIDIWV ATTOPACIOTNKE
va dnuioupynBei £vag 1I0TOTOTTOG TTOU TTapAAANAa Ba TTpoo@EPE! Kal AsIToupyia
euTTAOUTIOPOU Spwv. H avamTuén Tou 10TOTOTTOU €YIVE XPNOIUOTTOIVTAG TNV
yAwooa utrepkeigévou HTMLS oe ouvduaopd pe tnv BiBAIoBrkn Bootstrap 4
Kabwg kal TNV YAwooa oTul CSS kai Tn yAwooa JavaScript, Tavw o€ évav Apache
€EUTTNPETNTI. ZTOV IOTOTOTTO €KTEAOUVTAI KOPUATIa KWoIka PHP, n otroia etmiong
EMTPETTEI KAI TNV ETTIKOIVWVIA PE TN Baon dedouévwy xpnoipotroiwviag MySQL

EPWTAMATA.
YAoT1roinon avaAuong UTTEPEKTTPOCWTTNONG 6pwVv

H avaAuon uTTAOUTIONOU (UTTEPEKTTPOCWTTNONG) BloAoyikwy dpwv, Hag
EMTPETTEI VA PPOUPE KATTOIA TTPOEEAPXOVTA XOPAKTNPIOTIKA TTOU ATTAVTWVTAOI
OUXVOTEPA O€ OUADEG AEITOUPYIKA OXETICOMEVWYV YOVIOIwV O OXEOon ME TO
oUvOAO TWV YyoviIdiwv Tou  peAeTdpe. KabBwg Ttepigévoune  OTI 1A
OUVEKQPACOUEVA YOVIDIO CUPUETEXOUV OE KOIVEG dlepyaaieg, TOTE TTIOAvVWGS va
uttdpxouv BioAoyikoi 6pol TTou TTEPIYPAPOUV TIG v AOyw OIEPYATIES, OI OTTOIOI
VO UTTEPEKTTPOOWTTOUVTAI O€ QUTO TO UTTOOUVOAO TWV OUVEKQPACONEVWYV

YyoVvIQiwV.

H avdAuon vyivetar pe PAon TNV UTTEPYEWMETPIKA Kartavour. H
UTTEPYEWMETPIKN KATAVOUN €ival pia dIakpITH ouvapTnon KATAVOUNG Tuxaiag
METABANTAG. Meplypd@el, o€ éva Tuxaio Treipapa e duo TOavA aTTOTEAECUATA
(emiTuxia - atroTuxia), Tnv mMOavoTnTa Pr(X = k) va €Xoupe k €TTITUXiEG OE N
OOKIJEG, XWPIC €TTavaToTToBETNON, ATTO évav  TTIETTEPOACHEVO  TTANBUCUO
peyEBoug N tTou TrepIExEl akpIBwWS K QVTIKEIMEVA PE QUTO TO CUYKEKPIUEVO
XOPAKTNPIOTIKO. ZTNV TTEPITITWON JAG, VIO VAV CUYKEKPIMEVO BIOAOYIKO OpO,
emTUXia Bewpeital va emAEEOUPE TuXaia €va yovidlo Kal autd To yovidlo va

TTEPIYPAPETAI ATTO TOV €V AOYW 0p0. O pabnuatikdg TUTTOG gival:
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A9

Pr(X =k) =
@

ATTé TOV TUTTO TIPOKUTITEl pia P-value, n omoia pag Ocgixvel tnv
mOavoeTNTA TNG MNOEVIKNAG UTTOBEONG, N OTToia OTNV TTEPITITWON JAG ival OTI O
B1oAoyikdG 6pog TTou ETTIAECANE EPPAVICETAI TUXAIO WG UTTEPEKTTPOCWTTNUEVOG
oTa ouvekppaloueva yovidla. OToTe, av yia évav opo éxouue P-value
XOUNAOGTEPO aTTd pia oudo, 1.x. 0.05, T6TE atTOpPPITITETAI N UNOEVIKY UTTOBEDN,
Apa 0 CUYKEKPIPEVOG BIOAOYIKOG OPOG Eival OVTWG UTTEPEKTTPOCWTTNUEVOS OTNV
opada Twv ouvekppalduevwy yovidiwv. EmmmmAéov, cival amapaitntn n
d16pBwon Twv P-values, xpnoiyotroiwvtag Tnv Tpotrotroinon False Discovery
Rate (FDR) (Benjamini and Hochberg, 1995), étav ekteAouvtal TTOAATTAEG

OUYKPIOEIG.
Human Gene Coexpression Analysis (HGCAZ2)

ZUAAOYR TTPWTAPXIKWYV OESONEVWV

To epyaAeio HGCA2 1répa atmd 1o yeyovog OTI HEAETA TNV YOVIDIAKN
OUVEK@POON OTov avBpwTro, Olagépel amdo 10 ACT OTO yeyovog OTl
xpnoigotrolouvTtal Oedopéva  EKPPAoNG yovidiwv Trou TrapdxOnkav atrd
aAAnAouxion emropevng yevidg (Next Generation Sequencing - NGS) kai 1o
ouykekpipgéva amd RNASeq. Ta dedouéva TpoépxovTtal atrd Tn dnpooia Baon
dedopévwv GTEx (Gene-Tissue Expression) (GTEx Consortium, 2013) kai
oTnV €pyacia auti Ba XPNOIMOTTOINCOUKE Ta OEUTEPOYEVH ETTEEEPYATUEVA

oedopéva TTou eival dlaBéaiua aTov I0TOTOTTO TouS. ‘Eyive Afyn:

https://storage.googleapis.com/gtex_analysis_v8/rna_seq_data/GTEXx_
Analysis_2017-06-05_v8 RNASeQCv1.1.9_gene_reads.gct.gz

To oapxeio RNASeQCv1.1.9 gene reads.gct Trepiéxel  TIG  YOVIOIOKEG
KataueTproelg, dnAadr Tov apiBud TwV KATAPETPNUEVWY AVAYVWOEWV TTOU

avTIOTOIXOUV O€ KABE yovidio o€ kaBe éva atd Ta 17382 deiyuaTa.

https://storage.googleapis.com/gtex_analysis_v8/annotations/GTEx_A

nalysis_v8 Annotations_SubjectPhenotypesDS.txt
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To apyeio SubjectPhenotypesDS.txt mepiéxel TTANPOQPOPIEG OXETIKA UE TO YUAO,

TNV NAIKia Kal Tov TPOTTO BavAaTou Twv dOTWV.

https://storage.googleapis.com/gtex_analysis_v8/annotations/GTEx_A

nalysis_v8_Annotations_SampleAttributesDS.txt

To apxeio SampleAttributesDS.txt Tepiéxel TTANPOQOpPIEC OXETIKA ME Ta
dciypara, TOUug I10TOUG ATTO TOUG OTIoIOUG autd AauPdavovral yia 714

SIAPOPETIKOUG avOpWTTIVOUG OpyavIoPoUGS, KaBwg Kal AAAa OToIXEIa.

https://www.ebi.ac.uk/arrayexpress/files/E-MTAB-5214/E-MTAB-
5214 .sdrf.txt

To apxeio E-MTAB-5214 .sdrf.txt Trepiéxel Ta petadedopéva yia KaBe Treipaua

TToU TreEpIAapBaveTal otn Bdon dedopévwyv GTEX.
ETtiong €yive Afiyn Tou apxeiou:

https://storage.googleapis.com/gtex_analysis_v8/rna_seq_data/GTEx_
Analysis_2017-06-05_v8 RNASeQCv1.1.9 gene tpm.gct.gz

TO oTroio TrepIEXel TIC TINEG TPM Twv yovidiwv ota 17382 deiyuara.
AvakaAueBnkav ~280 yovidla Ta oTroia gixav undevikA TIUA £EKQpaonsg o OAa
Ta deiyuarta, OTTOTE KAl ATTOQOCiOTNKE va ayvonBouv. Etriong, amrd ta 17382
Ociyuara, agaipEédnkav autd TTou ATAV KUTTAPIKEG OEIpEC. Ev TEAEL, atTéueivav
16704 deiypara.

Emregepyacia Twv dedopévwv

‘EyIve €10aywyr] TOU OPXEIOU TWV YOVIOIOKWY KATAUETPAOEWY OThV R,
a@OoU TTPWTA TO apXEio PETATPATINKE O€ avTikeipevo Tou DeSeq2 (Love et al.,
2014) kol OTn OUVEXEID €YIVE KAVOVIKOTTOINON TWV TIHWV €KQPAONG
Xpnoigotrolwvtag TN PéBodo kavovikotroinong gsmooth tou tTakétou YARN
(Paulson et al., 2017) 1ng R. To gsmooth atroteAei aAyopiBuo diakpItTig avd
I0TO KAVOVIKOTTOINONG TTOCOCTIMOPIOU, TTOU £XEl OOKIJAOTEI Kal EAeyXOEi TTAvw
ota dedopéva ammd Ta Oeiypata tou GTEX. TeAikd, mmapdxbnke 1O apxeio
gsmooth_expression.txt 10 oTT0iI0 TTEPIEXEI TNV KAVOVIKOTTOINUEVN  TIUA

ékppaong kaBe yovidiou o€ kAOe Eva ato Ta deiyuara.
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ATé T10 apxeio SubjectPhenotypesDS.ixt dnuioupybnkav Ta  apxeia
Individual.txt, Sex.txt, Age.txt kai Hardy.txt. Ta dedopéva TTou TTEPIEXOVTAI OTO
Hardy.txt ava@épovTal otov TpdTTO BavdTou Tou KABe 64TN Kal oTnpifovTal oTn
xpron oedopévwyv AneBéviwv amd Tnv 1otooedida Tou dbGaP, utro
phs000424.v7 (https://www.ncbi.nlm.nih.gov/projects/gap/cqi-
bin/variable.cqi?study id=phs000424.v7.p2&phv=169092). Amdé T1O apxeio
SampleAttributesDS.txt dnuioupynBnke 10 apxeio Sample.txt. TEAog, atrd TO

apxeio E-MTAB-5214.sdrf.txt dnuioupyrBnke To apxeio Body_site.txt.

AvalATnon kal avdkTnon aimroé didpopeg BAcelg SESONEVWY OpWV
TTOU TTEPIYPAPOUV Ta avOpwWTTIVA YoVvidla Kal ETTE§EpYaTia TOUG

‘Eyive avalitnon BioAoyikwv  Opwv  yia  Ovrtohoyieg  Movidiwv
(GeneOntology), BioAoyikwv Movomariwv (KEGG, Wiki Pathways)
Metaypagikwv Mapayoviwv (ENCODE, ReMap) (Cheneby et al.,, 2020;
Consortium, 2011), ocuoxeTioeig aoBeveiwv Kai yovidiwv (OMIM, DisGeNET)
(McKusick, 2007; Pinero et al., 2020), Okoyeveiwv MNMpwTeivwv (Pfam), kabwg
Kal dedopéva aTro CUVES XPWHOOWHATWY Kal YOVIOIOKWY CUVTETAYUEVWVY HECW
Tou NCBI Genome Decoration Page. O oxoMaoudég Twv yovidiwv Tou
avBpwTTou €yive xpnoiuoTtroliwvTtag To Ensembl kai To Genecards (Stelzer et al.,
2016).

Karaokeun Baong dedopévwv Kal aTToONKEUON TWV DEUTEPOYEVWIV
0edopévwyv o€ auTn

Otmwg kal otnv dladikacia dnuioupyiag Tou ACT, dnuioupynbnke pia
oxeolakn Bdaon dedopévwy yia 10 epyaieio HGCAZ2, Tng otroiag 1o didypauua
OVTOTATWV-CUOXETIOEWV atTelkovifeTal oTnv Eikéva 10. ApKeToi amd TOUg
TTiVaKES €Xouv akpIBwg TnVv idla oxediaon PE TOUG AVTIOTOIXOUG TTIVOKES OTN
Baon dedouévwy Tou ACT, O1Twg T1.X. 0 Trivakag Pfam, otmdte Ba avagepBoupue

MOVO 0TOUG BIAQOPETIKOUG TTIVOKES TNG PAong dedouévwy Tou HGCAZ2.
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[ Expression FLOAT

Band VARCHAR(:

Indexes

v

Indexes

Indexes

Eikéva 10 — To ERD yia tn Bdon éedouévwy rou HGCA2

XCHAR(:
CHAR(4S) EIGO_At VARCHAR(LO) | s

Indexes

Indexes. m
I ENSG VARCHAR(40) EntrezID INT WikiPathway VARCHAR(20)
M EntrezID INT WikiPathway VARCHAR(20) I Description VARCHAR(255)

Indexes Indexes

m
H ENSG VARCHAR(40)
< Kl HGNC VARCHAR(45)
T Description VARCHAR(250)
Indexes

45)
Indexes
NSG VARCHAR(40)
| Ancestor VARCHAR(10) i

[
Indexes EAKEGGENtry CHAR(8)
I KEGGName VARCHAR(255)

OMIM INT(8) Indexes

m
3 Description TEXT(512)

Indexes

Indexes

m
|GO_Alt VARCHAR(10) | Accession VARCHAR(10)
| Accession VARCHAR.. Parent VARCHAR(10)
Indexes Indexes

i Accession VARCHAR(10)
I Name VARCHAR(255)
Dl Ontology VARCHAR(255) | | (7]

IS <!l Accession VARCHAR(10)
B Ancestor VARCHAR(10)

Indexes
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H Baon dedopévwy TTEPIEXEI TOUG EENG KUPIOUG TTIVOKEG:

Expression

O mivakag Expression TTEPIEXEl TIG KAVOVIKOTTOINUEVEG PE TNV HEBODO
gsmooth TG EkPpaong yia KGBe yovidio og KaBe deiypa. MepIAauBavel
Ta XapakTnploTikd ENSG, tmou eival To katd Ensembl kwdikdg Tou KGBe
yovidiou kal Source_Name TTou €ival 0 KWAIKOG ToUu KABE deiypaTog, Ta
oTroia €ival TTpwTeUovTa KAEIDIA. TEAOG, €XEl TO XOAPAKTNPIOTIKO

Expression 1Tou gival N apiBuNTIKA TIUA €KPAONS yovidiou.
Sample

O mivakag Study TrepiExel TAnpo@opieg yia ta deiyuata tng GTEX.
MepiAapBavel To Source_Name 1T0OU €ival 0 KWBAIKOG TOu KABE deiyuaTog
Kal atroTeAEi TTpwTeUOoV KAE10I, Individual TTou gival o KwdikdS Tou atouou
at1rd 1O oTToio TTPONABE TO deiyua kal Body_site_annotation tTou €ival o

I0TOG OTOV OTTOIOV AVAKEI TO OEiyua.
Selected_Samples

O Trivakag Selected _Samples Tepiéxel 1a deiyyata TTOU  TEAIKWG

EMAEXONKaV yia TNV avAAuon CUvEéKPPAoNG.
Individual

O mivakag Individual TTepIEXEl TTANPOYOPIES yIa TA ATOUA-OOTEG TWV
deiypdtwyv Tou GTExX. TlepihauBdavel 1a xapaktnpioTik@ Individual
(TrpwTeloV KAEIBI) TTOU €ival évag povadikog KwdIKOS yia K&Be dtouo,
SexID, trou €ivar To @UAo (male/female), Age (nAikia Bavdatou oe éva

€Upog 10 eTwv) kat DTHHRDY 1T0U dnAwvel TTOOO Bialog fATav o 8avartog.
Hardy

O mivakag Hardy Trepi€xel TTANPo@opies yia TV KAipaka Bavdrou Hardy.
MepihauBaver Ta xapaktnpioTikd DTHHRDY (Tpwtevov kA&idi), Name
kal Description, TTou £€nyouv TTepaITéEPpw TIG KATNYOpPieC BavdaTou.

73



Age

O mivakag Age TrepIEXEl TIG KATNYOPIEG TNG NAIKIOG yia Toug OOTEG.
MepiAapBaver To AgelD (TTpwTtelov KAEISI) Kal Ta XapakTnEIoTIKG From
Kali To TTou €ival TO KATWTEPO KAl AVWTEPO OpI0 nAIKiag o€ KABe

KaTnyopia.
Sex

O Trivakag Sex trepiéxel 10 QUAO yia 10 86Tn. lMNepihauBavel 1o SexID
(TTpwTevlov kA&1di) kal To Name. 210 SexID = 1 avtioToixei To male Kai

ot1o SexID = 2 1o female.
Body_site

O Tivakag Body_site Trepiéxel Toug 10TOUG ATTO TOUG  OTTOIOUG
Tpoépxovtal Ta dciypata tou GTEX. MepiAauBdavel Ta XapaKTNPIoTIKA
body_site_annot (TTpwtelov kAeldi) TTou €ival TO Gvoua TOu 10TOU,
histological type TTOU €ival n Karnyopia otV OTToid AVAKEl O 10TOG,
organism_part TTou €ival TO OnNUEIO TOU CWPATOG TTOU TTPONABE Kal
clinical information TToU €ival pia emITTAéoV TTANPOQYOPIC/ETTECAYNON YIa

TNV KATAOTAON TOU I0TOU.
Selected_Body_site

O Tmrivakag Selected Body site Trepiéxel povo TOUG 1I0TOUC  TTOU
arrogacicaue va kKpatjoouue otn PBdon dedopévwy. ETTeidn utmpxe
dlapopd OTNV OVOUACia TwV I0TWV OTIG OIAQPOPETIKEG EKOOOEIC TWV
apxeiwv Tou GTEX, emAéCape TOUG 10TOUG TTOU QVTIOTOIXOUCQV OTO

OXOAIQOUO TWV OEIYUATWV.
Gene

O mivakag Gene Ttrepiéxel TAnpogopieg yia 1a ~55000 yovidia TTOU
MeAeTwvTal ammé 10 GTEX Kal yia Ta OTroia €XOUME TIUEG £KQPAONG.
MepiAapBavel Ta xapaktnpioTikd ENSG (TTpwTtevov kA€1di), HGNC 1Tou
gival To katd HGNC ouuBoAo Tou yovidiou kai Description TTOU €ival

QVOAUTIKE TTEPIYPA®H TOU yoVvIdiou.
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OMIM

O mivakag OMIM Trepiéxel TIG aoBEveleg atrd Tn faon dedopévwv OMIM.
MepiAapBaver Ta xapaktnpioTikd OMIM (TTpwTelov KA€IBi) TTOU €ival O
MovadIkOG KwdIkOG TNG OMIM yia kaBe aoBévela kar Description 1TOU

gival n TepIypa@r Tng acbéveiag.
DisGeNET

O mivakag DisGeNET Ttrepiéxel mTepiéxel T acBéveieg amoé 1n Bdon
ocdopévwy DisGeNET. T[MepihauBdvel Ta  xapaktnpioTikd DislD
(TTpwTeloV KA£Idi) TTOU €ival 0 povadikdg Kwdikdg NG DisGeNET yia

KaBe acBéveia kal Name TTou €ival To TTAAPEG Ovopa TNG aoBEveEIaC.
Encode

O Tmivakag Encode TrepI€xel TOUG PETAYPOAQPIKOUG TTAPAYOVTEG KOl TA
yovidia-oT1éxoug Toug atmd Tnv Encode. MNepIAauBavel Ta XaPAKTNPIOTIKA
Gene kai TF w¢ mpwrtevovta KAe®IG TTOU €ival To yovidlo Kal O

METAYPAPIKOG TTAPAYOVTAG TTOU TO OTOXEUEI, QVTIOTOIXA.
RegReg

O mivakag RegReg Trepiéxel TIG YETAYPAQPIKA EVEPYEG TTEPIOXEG TOU
yovidiwpaTog OTTwG TponABav amd 1n Pacon oedouévwv ReMap.
MepiAapBaver Ta xapaktnpioTikd Chr, Start kar End w¢ mpwTtevovTa
KAEIDIG Ta OTTOi0 QVTITTPOOWTTEUOUV TIG YOVIOIOKEG OUVTETAYMEVEG

(Xpwpoowua, apiBunon apxikoU Kal TEAIKOU VOUKAEOTIBIOU) TNG

TTEPIOXNG.
ReMap

O mivakag ReMap Ttrepiéxel TOuG PETAYPAPIKOUG TTAPAYOVTEG Kal TIG
TTEPIOXEG TTOU OTOXEUOUV, OTTWG TTponABav atrd Tn Bacn dedouévwv
ReMap. lMepihappBaver ta xapaktnpiotikd Chr, Start, End ka1 TF wg
TpwTtelovTa KAEIBIG Ta OTToid  AVTITTIPOCOWTTEUOUV  TIG  YOVIBIAKEG

OUVTETAYMEVEG VIO KABE peTaypa@iko TTapayovta TF.
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e ENSG_RegReg

O mivakag ENSG_RegReg tepiéxel Ta yovidia kKal TIG TTEPIOKEG TOUG
TAVW OTIG OTI0IEG TTPOODEVOVTAl PETAYPAPIKOI TTAPAYOVTEG, OTTWG
Tpoékuyav ammd Ta dedouéva TG Baong ReMap. lNepldaupavel Ta
xapaktnpioTikd ENSG, Chr, Start kai End wg mTpwrtetovTa KA€1dId Ta
OTTOIa AVTITIPOCWTTEUOUV TIG YOVIOIOKEG OUVTETAYHEVEG TWV TTEPIOXWV

KABe yovidiou, OTTOU ATTOTEAOUV OTOXOUG HETAYPOAPIKWY TTAPAYOVTWV.

O1 uméAoittol  TTivakeg TToU  gu@avidovialr o010 OIAYPaUPa  ATToTEAOUV
EVOIAPETOUG TTIVOKEG TTOU OUOXETICOUV TA OEQOMEVA TWV TTIVAKWY TTOU EVWVOUV,
giTe gival TautdoNUoI PE TTIVOKES TTOU gixav ava@epBei otnv evétnTa Tou ACT.
2€ KABe TTivaka €yIve €l0aywyr] Tou apxeiou .txt ye To avrioToixo dvoua, GTToU

n dnuioupyia Twv flat files repiypdeeral TapakdTw.

AetrTOopEPG avaAuon TPOTTOU AVAKTNONG dEdOopEVWY aTTd TIG
aVvTiOTOIXEG BACEIG

Ensembl BioMart

To Ensembl BioMart (Kinsella et al., 2011) amoteAei €va epyaleio
e€opuénc dedopévwy ato Tn Baon dedouévwy yovidiwv Ensembl. To gpyaAcio
QUTO Pag eTITPETTEI VA KATEBATOUNE TTANPOPOPIEC OXETIKA UE Pia AioTa yovidiwy
TTou divetanl atrd Tov XPAOoTN. MNpoo@épel pia ueyAAn TToIKIAia TTANPOPOPILV
1600 a1d TNV idIa TNV Ensembl, 600 Kal ammd €CwWTEPIKES TTNYEG. XAPIG TN
duvatéTnTa OUVOEONG ME QUTEC TIGC EEWTEPIKEC TINYEG, €ival duvatdv va
Tapdyouue Aioteg mmou ouvdéouv 1o ENSG ID tou kdéBe yovidiou pe 1O
QVTIOTOIXO XOPAKTNPIOTIKO, TT.X. TIG OVTOAOYIEG YOVIBiIWV TTOU TOV TTEPIYPAPOUV
N Ta ovopata HGNC tou kdBe yovidiou. ETITTAéOV, UTTOPOUNE VO TTAPAYOUNE
auTh TN AioTa pe TIG iBIEC AKPIBWS TTAPAPETPOUG TTPOYPAMMATIOTIKA, XWPIC va
TNV KateBdooupe TOTTIKA, xpPnoidotrolwvtag Tn  Aeitoupyia XML  TTou

TTpoo@épeTal atrd To BioMart.

Méow Tou BioMart, €yive n Aqun 6Awv Twv povadikwyv Kwdikwv ENSG ID yia
Ta yovidia Tou avBpwTrou, To cUUPBOAS Toug katd HGNC, 10 dvopa Tou yovidiou

Kal n TTePIypa@r Toug, dnuioupywvTag 1o apxeio ENSG.txt.
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Gene Ontology
O1 ovtoAoyieg yovidiwv TToU TTEPIYPAQPOUV Ta yovidla TOU avOpwITou

A\@BnKav atrd TOoV IOTOTOTTO TOU geneontology.com, PE AVTIOTOIXO TPOTTO OTTWG

TTEPIEYPAPNKE OTNV eVOTNTA AWng dedopévwy yia 1o ACT.

AnpioupyriBnkav Ta apxeia GO.txt kot GO _Alt.txt. To apyeio TTou cuvdEel
TO KABe vyovidlo pe kamola ovrioAdoyia (ENSG_GO.txt) dnuioupyrBnke

XpnolgotrolwvTag TNV Asitoupyia xml ammé to Ensembl Biomart.

KEGG
‘Eyive avalAtnon kal Afyn OAwv Twv OIaBECINWY PJOVOTTATIWY VIO TO

Homo sapiens, 1TTou €xel Tov Jovadikd KwoIkOG opyaviopou TO1001 otn Bdon

oedopévwy, oT1o apyeio KEGG.txt yéow Tou ocuvdEéouou:
https://www.genome.jp/dbget-bin/get_linkdb?-t+pathway+gn:T01001

Ta dedouéva ouvduaapou yovidiwy Tou avBpwTTou Kal povotratiwy Tng KEGG,
AMeBnkav  TTAANI péoa  ammd  Tov 1ototomro  TnGg KEGG, aAyopiBuiké

xpnoigotrolwvtag kwdika PHP, o1o apxeio Entrez_ KEGG.txt.

WikiPathways
‘Eyive Aqun Twv 6edopévwv BIOAOYIKWY JOVOTTATIWY YIa TOV AvOpwTTo

atrd TO OUVOECO:

http://data.wikipathways.org/current/gmt/wikipathways-20200810-gmt-

Homo_sapiens.gmt

Emeidn 1a dedopéva amd tnv WikiPathways xpnoipgotroiolv Toug KwIKoUg
Entrez yia kd0e yovidio, £yive TTpwTa AfWn TTANPOQOPIWYV Yia Ta OAa yovidia
amdé 1 Bdon dedouévwy Entrez kaBwg Kal n avTiOTOIXION TOUG ME TOUG
KwoIkoug atrd Tnv Ensembl, péow Ttou Biomart. MapdxOnkav Ta apxeia,
Entrez.txt, Entrez_ENSG.txt, WikiPathways.txt kai Entrez_WP.txt.

ENCODE
To emoTtnuovikdé Tpoypauua ENCODE atroteAei ouvepyacia atrod

TTOAAEG €PEUVNTIKEG OUADEC, TTOU ACXOAEITalI JE TNV avaKAAUWn PUBUICTIKWY
OTOIXEIWV OTO AVOPWTTIVO YoVIBiwuad, OTTWG HETAYPAPIKOUG TTapayovTeg. Méow
Tou loToTOoTTOU TOU Harmonizome (Rouillard et al., 2016), €yive Aqwn non

ETTECEPYOAOTUEVWY OEQOUEVWV YOVIOIWV KOl TWV QVTIOTOIXWV HETAYPAPIKWY
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TTAPAYOVTIWY TIOU Ta OTOoXeUOUV TIou TIpoépxovtal ammd To Encode.
Anpioupyribnke 10 apxeio Encode.txt petd tnv KAtGAAnAn etTegepyaoia Twv

OedOEVWIV.

ReMap
H Baon dedouévwv ReMap artrotelei éva eKTEVEG KATOBETAPIO YiA

PUBUICTIKEG TTEPIOXEG OTO AVOPWTTIVO yovidiwpa. INa Tnv TeAeutaia €kdoon Tou
ReMap 2020, dev utrdpyouv non emeEepyacpuéva 6edoPEva TTOU VA TTEPIEXOUV
METAYPOAQPIKOUG TTAPAYOVTEG KAl TA yovidla OTOXOUG TOUG O€ OTTAR} Popon.

ApxIKd, €yive n Afqyn Tou:

http://remap.univ-
amu.fr/storage/remap2020/hg38/MACS2/remap2020_crm_macs2_hg38 v1 0
.bed.gz

TO OTTOIO TTEPIEXEI OAEC TIG PETAYPOPIKWG PUBUIOTIKEG TTEPIOXEG TWV YOVIOIWV.
2Tn ouvéxela, éyive n Aqyn até 10 Ensembl Biomart 6Awv Twv TTEPIOXWV
évapéng kal ANgng petaypaeng Twv dIaBEoIywy yovidiwv. TEANOG, €TTEIdn TA
oOVOUATA TWV PETAYPAPIKWY TTAPAYOVTWYV Eival YPAUPEVA O KAVOVIKA OVOUATa
katd HGNC ota apxeia Tou ReMap, €yive Afjyn Kal apxeiou avTioToiXIOAS TOUG
ME Toug KwdIKoUug ENSG. AnpioupyrBnke pia Baon dedopévwy (Eikéva 11) woTe
va ammoBnkeutolv OAa Oedopéva TTOU AVOQEPAMPE KAl va Yivelg duvatog o

UTTOAOYIOHOG TWV YOVISiWV-OTOXWYV avA JETAYPA@IKO TTapAyovTa.

] ENST v
ENST VARCHAR20)
H 2 Chr VARCHAR[AE)
TESINT

] ENSG_ENST ¥
F ENSG VARCHAR(Z0)
I ENST WARCHAR(ZO) ~

3
[ 3

_| ENSG_RegReg ¥
| HGNC_ENSG ¥ _| ENSG v ¥ ENSG WARCHAR[Z0)
T HGMC VARCHAR(4S) ENSG VARCHAR0) ¥ Chr VARCHAR(45)

T ENSG VARCHARI2D) | Direclion ENURM{', *-1") ¥ Stard INT

| 2 L ¥ End INT

Y »>

"l Encode ¥
: _IRegReg 7
! Che VARCHAR{45)
—] HGNC v Che VARCHAR{4S)
¥ Start INT
HGNC VARCHAR{45) ; Bl St INT
! End INT
L End IMT
I TF VARCHAR{45)

-

Eikéva 11 — To ERD yia tn Bdon dedouévwy tou ReMap
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O Tivakag RegReg Ttepiéxel OAeG TIG TTEPIOXEG (OUVTETAYUEVEG TOU
YOVIOIWHPATOG) TTOU TTPOCOEVOVTAI O€ QUTEG METAYPAPIKOi TTapdyovteg. O
Tivakag Encode TTpoépxeTal amd TO ApXEiO TTOU KATERACAUE a@oU TTPWTA
ETTECEPYOOTAKAUE TTPOYPAPMATIOTIKA Ta OEDOUEVA WOTE VA TA QEPOUNE OF
KataAANAn popon apxeiou. O trivakag ENSG_RegReg 1repiéxel TiIg petaypa@ika
EVEPYEG TTEPIOXEG TOU KABE yovidiou. O trivakag ENST Trepiéxel Ta dIaQOpPETIKA
METAYpO@A TOU KABe yovidiou Kal TIG TTEPIOXES EvapEng peTaypa®ng Toug. Ol
UTTOAOITTOI TTIVOKEG TTEPIEXOUV TTANPOYOPIEG yIa Ta OlIAQOPA OVOUATA TWV
yovidiwv. a Tov uttoAoyioud TOU ApXEiOU TTOU EICEPXETAI OTOV TTivaKd
ENSG_RegReg, xpnoipgotromenke n €¢Ag evioArn SQL:

select distinct ENSG_ENST.ENSG, RegReg.Chr, Start,
End from ENST, ENSG_ENST, RegReg where ENST.ENST =

ENSG_ENST.ENST and ENST.Chr=RegReg.Chr and TSS>=Start and
TSS<=End

MPaKTIKA €AEYXOUPE AV Ol TTEPIOXEG TTOU QATTOTEAOUV OTOXO METAYPOAPIKWV
TTOPAYOVTWY TTEPIEXOUV TNV TTEPIOXN EvapEnsg PETAYPAPNS TOU KABE yovidiou.
AnpioupyriBnkav Ta apxeia, RegReg.txt, ReMap.txt kat ENSG_RegReg.txt.

H pdon oedouévwy TTOU ONUIOUPYNOOUE €iXE WG MOVAdIKO OKOTTO Tnv
TTAPAYWYI TWV TTAPATIAVW APXEIWV KAl OEV XPNOIUOTTOIEITAI TTEPAITEPW.

OMIM
H Bdon 6edopévwv OMIM (Online Mendelian Inheritance in Man)

TTEPIEXEI TTANPOPOPIEG TUVOEDTNG YOVIDIWV PE YEVETIKEG aoBEvele. 'Eyive Afywn
OAWV TWV EYYPOPWV TWV aCBEVEIWV Kal OAEC Ol CUOXETIOEIC aOBEVEIWV Kal

yovidiwv. Mapdaxbnkav Ta apxeia OMIM.txt kat ENSG_OMIM.txt

DisGeNET
H Bdon &6edopévwv DisGeNET TrepiEXel OUOXETIOEIC yovIBiwV Kal

TTOAUMOPQICUWY ME aoBéveie. 'Eyive Ayn Twv O£OONEVWV CUCXETIOEWV

yovidiwv Kal acBevelwv atrd TO OUVOECHO:
https://www.disgenet.org/static/disgenet_ap1/files/downloads/all_gene

disease_associations.tsv.gz

KAl KPATWVTAG Ta oToIXeia 1Tou XpeialdouacTte amd auTd, dnuioupyRdnkav Ta

apxeia DisGeNET.ixt kat HGNC_DisGeNET .txt.
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Chromosome Bands
O1 yovIDIOKEG OUVTETAYPEVEG EVOG YOVIDIOU UTTOPOUV VA TTEPIYPAPOUV E

TIG CWVEG TOU Xpwudoowuatog Trou avhkouv. ‘Eyive Ajyn 3 apxeiwv
ideogram_9606_GCF_000001305.15_850_V1
ideogram_9606_GCF_000001305.15_550_V1
ideogram_9606_GCF_000001305.15_400_V1

atmo Tov ggutnpetnt) FTP Tou NCBI Genome Decoration oTtov oUVOEOUO:
ftp://ftp.ncbi.nlm.nih.gov/pub/gdp/

Ta oTroia Xwpidouv 1a Xpwpoowpara o€ 850, 550, kai 400 {wveg avTioToIxa,
avaloya pe 1o TTO00 AsTTTopEpEig BEAoupE va gipaoTe. O1 eTITTA(OV CWVEG TTOU
TepIAapBavovTal oTo apxeio Twv 850, ival UTTOOUVOAA TWV {WVWV TOU apxEiou
Twv 550 kal 1o apxeio Twv 400 €xeig TIG O YeVIKEG Cwves. ‘Eyive Aun Twv
(wvwyv TToU avikouv Ta diabéoipa yovidia amd 1o Ensembl Biomart. ETriong,
KABe €I0IKOTEPN CWvN AVTIOTOIXNONKE YE TNV AUECWG YEVIKOTEPNH TNG. AKOMN,
KABe Cwvn avTIOTOIXABNKE HE TIG AVTIOTOIXEG YOVIOIAKEG OUVTETAYUEVEG TTOU
avTirpoowTrevel.  Tehikd dnuioupynbnkav Ta apxeia ENSG_Band.txt,
Band_Coord.txt ka1 Band_Anc.txt.

Pfam
Me id1o TpoTTO e To ACT, £yive Aqyn Twv dedOPEVWY OTTO TO OUVOECHO:

ftp://ftp.ebi.ac.uk/pub/databases/Pfam/current_release/database files/p
famA.ixt.gz

Kal Trapdaxonkav Ta apxeia Pfam.txt kai ENSG_Pfam.txt

Anpioupyia Tou dévTpou cUOXETIONG BEIYUATWY KOl QUTOMATN
EMIAOYN TWV AVTITTPOCWITEUTIKWYV SEIYHATWY

Me TTapdpoIo TPOTTO, OTTWG TTEPIYPAPNKE OTNV AVTIOTOIXN EVOTNTA YIA TO
epyaAeio ACT, €yive n dnuioupyia Tou TTiVOKO ATTOOTACEWS OE JOPPOTToinon
Phylip Twv deiypatwy Tou GTEX. To apxeio autd atmroteAeital ammd 16705
YPOUMEG (16704 deiyuata, yia ypauun yia To KaBEva, Kal N TTPWTN YPAUMKNA ME
TOV apIOPO TWV OToIXEIWV). MeTA TNV KATAAANAN PETATPOTTH TOU OpPXEioU, €yIVE
n dnuioupyia Tou BEVTPOU CUOXETIONG OEIYUATWY, HECW TOU TTAKETOU phangorn
NG R, xpnoipomoiwvtag Tov  aAyopiBuo UPGMA. Z1n  ouvéxela,
XPNOIMOTIOIWVTAG TOV QUTOUATO aAyOpIBuo atrokoTrig UAAwY yia UPGMA Tou

PhyloPrune, €yive n autéuatn TTePIKOTTH Tou dévTpou delyudtwy atmd 16704 ota
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3500 o avTiITpoowTTeuTIKA Ociypata (Eikova 12, Eikdéva 13). 21n ouvéxela,
autd Ta 3500 deiypara eiofixBnoav otov Tivaka Selected_Samples Tng Bdaong

vl
gangila)
Brain - Putamen (basal ganglia)
Beain - Spinal cord (cendcal 6-1)
Brain - Substantia nigra Esophagus.
n - Carsbola
Brain - Core!
Skin - Not Sun Exposed

(Suprapubic)
Skin - Sun Exposed (Lower
o)

‘Whole Blood

Pancreas

= Adrenal Gland

Heart- Left
Verricle:

Agipose - Subcutancous

Heart - Atrial
Appandage

Adipose - Visceral (Omentum)

Blsdder

Breast - Mammary Tissue

Muscularts

Eikova 12 — To 0évipo ouoxéTions Oeiyuarwy. Ta @UAAa mou ouuBoAilovral ue UaKPIES YPAUUES

eivar ra 3500 b¢iyuara ou ueivav UETA TNV aQuTOuQATh TTEPIKOTTN
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Brain - Cerebellar Hemisphere =
Brain - Putamen (basal gang
Brain - Spinal cord (c:

Skin - Sun Exposed (Lower leg)
Small Intestine - Terminal leum

Adipose
Skin - Not Sun Exposed (Suprapubi

Esophagus - Gastroesophageal Junction S

mAll Samples  m Selected Samples
Eikova 13 — H karavoun Twv IGTWV TTPIV Kal JETA TNV QUTOMATN TTEPIKOTTN TWV OEIYUATWY

Anpioupyia Tou dévTpou YOVISIOKAG OCUOXETIONG YOVISiwv

H diadikaoia £yive Trapopoiwg pe TV avriotoixn Tou ACT. Méow Tou
Tivaka Expression Tng Paong dedopévwy €yive n dnuioupyia Tou Trivaka
OUVEKQPOONG YovIdiwv, OUYKPIVOVTaS TNV €K@PAcn Tou KABe evog atmd Ta
55431 yovidia ota 3500 d¢ciypaTa TToU ETTIAEEQUE €K TWV TTPOTEPWYV. TO apxEio

Phylip TTou dnuioupyABnke cixe 55432 ypauuég.

MNa 1  Onuioupyia  TOU  OEVIPOU  YOVIOIOKAG  OUOXETIONG
XpnoigoTtroinénkav ol idiol aAyépiBuol Kal TTapaUETPOI TTOU TTEPIEYPAPNKAY OTNV
TTPONYOUMEVN evoTnTa. To OEvVTpO TTOoU TTapAaxOnke
(gsmooth_genes_one_minus_d _upgma_ladder.new) armoteAei TO TEAIKO
TTPOIOV TNG avaAuong yovIOIOKAG OUVEKPPAONS yia Tov davBpwTro. Ta 55431
yovidia atroteAoUv Ta QUAAA Tou dEvTpou. MNa KaAUTEPN ATTEIKOVIOT Tou, €YIVE
Tagivounon Tou dévipou Pe @Bivouca oeipd. ETTeIdr) To OUYKEKPIUEVO DEVTPO
EXEI TTOAU peyaro péyeBog yia va diaBaoTei ammd 1o Dendroscope, n 1agivounon
TOU £yIVE XpnoldoTrolwvTag To TIpoypappa Newick Utilities (Junier and
Zdobnov, 2010).

H &iadiktuak emmaen yia to HGCA2 kai uAotroinon Tng availuong
UTTEPEKTTPOCWTTNONG OpWV Eyivav e TTapouolo TpoTTo pe Tou ACT.
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Microarray Human Gene Coexpression Analysis

(HGCA1.5)

Metd Tn Onuioupyia Tou epyaAciou HGCA2 XpnoIUOTTOIWVTAG T
oeutepoyevn dedouéva RNASeq atrd tn Baon dedouévwv GTEX, attopacioTnke
va dnuioupynBei Kal £va TpiTo gpyaAcio TO oTroio Ba £xel akpIBwg Ta idia
XapakTnpIoTIKA ue To HGCAZ2, aAAG n avaAuon cuvék@paong Ba BacileTal o€
oedopéva  PIKpoouaToIXIwY. To TTapOV €PYOAEIO ATTOTEAEI TTPOKTIKA dia
avaBdaBbpion oto ndn utmrapxov epyaleio Human Gene Coexpression Analysis
TToU dnuioupyndnke 1o 2012 (Michalopoulos et al., 2012) ka1 gival d1aB€01u0

OTOV IOTOTOTTO:
https://www.michalopoulos.net/coexpression/

ZUAAOYR TTPWTAPXIKWY SESONEVWYV KOl KAVOVIKOTTOINGH TOUG

O kaTtdAoyog Twv BEIYHATWY AVOPEPETAI OTO CUPTTANPWHATIKG UAIKO TNG
onuocicuong. Mpokeiral yia 1959 dciyuara 1Tou TTpoépxovTal amo To chip
Human Genome U133 Plus 2.0 Tng Affymetrix. Evwy otnv apxikr avaAuon gixe
XpnoigotroinBei o aAyopiBuog kavovikotroinong MASS5.0 og ouvduaoud pe To
default CDF Ttou O&ivetal ammd tnv Affymetrix, o€ authv Tnv avdAuon,
akoAouBeital n idia d10dIKACia KAVOVIKOTTOINONG UE QUTH TTOU ava@épOnKe oTnv
evotnta yia 1o ACT. 'Eyive Aqyn kai xprion tg ékdoong 24 yia 1o CDF 1ng
Brainarray yia To Human Genome U133 Plus 2.0 array chip kail Ta dedouéva
amd Ta 1959 deiypara KavovikoTroinenkav XenoIUoTIoIWVTaS Tov aAyopiBuo
SCAN. Tehikd TTapdaxOnke 10 apxeio SCAN_matrix_1959.txt TTou TTeEPIEXEI TIG
TIUEG éK@paong KABe evog ammd Ta 20001 yovidia oe kABe éva armmo ta 1959
ociypara. Z1a 20001 yovidia trepiAauBavovtal 62 yovidla/ouddes avixveuTwy
eAéyxou atro Tnv Affymetrix, TTou avayvwpilovTtal e 1o TTpdBepa AFFX. Ettiong
6 yovidla avagépovTal o€ TTaAaIOTEPN €KOOOT TOU YOVIBIWKATOS KAl BewpouvTal
TTapwxnpéva. Kal oTig 2 TTEPITITWOEIG ayvonoaue Ta v AOyw yovidia. Ev TéAel,

Ta emmAeypéva yovidia givar 19933.
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Anpioupyia Baong dedopévwyv

H Bdon dedopévwy yia 1o epyaieio HGCA1.5 (Eikéva 14) ye Bdon Tig
MIKPOOUGTOIXIEG, aTTOTEAEI TTIOTO avTiypa®o Tng Pdong dedouévwyv yia TO
HGCA2 pe Baon 1a RNASeq, pe diagopég ota deiyuata Kal Ta yovidla TTou

TTEPIYPAPOVTAL.

s
] DisGeNET v T]HGNC_DisGeNET v _] Selected_Genes ¥ HENSG VARCHAR(40)
HDisID VAR CHAR(. H HGNC VARCHAR(45) | ensG varCHAR(0) )..._l_‘% DINodes INT
KIName VARGHAR [ DisID VARGHAR(10) G

o >

T selected_Samples ¥
[Bsampen varchari0) |
>

T entrezwe v 2] wikipathways

v
K WikPathway VARCHAR(20) )
/ARCHAR(20) EdDescription VARCHAR(255)

> >

1 ENSG_RegReg ¥
HENSG VARCHAR| (0)

Tenscco v
HENSG VARCHAR(40)

] ENSG_Ancestor ¥

e HIENSG VARCHAR(40)
H Ancestor VARGHAR(10)

>

TlHenc T v
| E@Hone varoHaras) |

Eikova 14 — To ERD yia 1n Bdon dedopévwy rou HGCA1.5

Anpioupyia Tou dévTpou YoVISIOKAG OCUOXETIONG YOVISiwv

H diadikaaoia £yive pe TTapdpolo TPOTTo pe TNV avTtioToixn Tou ACT kai Tou
HGCA2. Méow Tou Trivaka Expression Tng Pdong oedopévwyv Eyive n
dnMIoUpYia TOU TTIVOKO CUVEKPPAONG YOVIOIwV, OUYKPIVOVTAG TNV EKQPAaCT TOU
KaBe evog ammd Ta 19933 yovidia ota 1959 dciyyata 1Tou gixav emmAegyei. To

apxeio Phylip Tou dnuioupynobnke gixe 19934 ypaupéc.

MNa 1™  Onuioupyia  TOU  OEVIPOU  YOVIOIOKAG  OUCXETIONG
XpnoigoTtroinénkav ol idiol aAyépiBuol Kal TTapaUETPOI TTOU TTEPIEYPAPNKAY OTNV
TTPONYOUMEVN evoTnTa. To OEVTPO TTOU TTapdaxOnke
(upgma_19933_1959 one_minus_d_ladder.new) armroteAei 10 TEAIKO TTPOIGV
NG avaAuaong yoviSIoKNG OUVEKPPAoNG yia Tov AvBpwTro ue Bdon TeipduaTa
MIKPOOUGTOIXIWV O QUTAV Tnv TrepIiTTwon. Ta 19933 yovidia atroteAouv Ta
QUAAa Tou &évTpou. IMNa KaAUuTepn atTelkdVIon Tou, £YIVE TAgIVOUNOoN Tou OEVTPOU

ME @Bivouoa aeipd.
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H diadiktuakr dietragn yia To HGCA1.5 kal n uAotroinon Tng avaAuong
UTTEPEKTTPOOWTTNONG OpwVv Eyivav pe TTapdpolo Tpotro e Tou ACT kal Tou
HGCA2.
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AtroteAéopara

Ta epyaAeia ACT, HGCA2 kai HGCA1.5 cival TTARpwg Acimoupyikd Kai

d1aBéoiua oTIC TTaPAKATW OIEUBUVOEIG:

ACT: https://www.michalopoulos.net/act/

HGCAZ2: https://www.michalopoulos.net/hgca2.0/
HGCAA1.5: https://www.michalopoulos.net/hgca1.5/
Meprypa®n TwWV ICTOTOTTWYV

ApXIkéG oeNideg

H mpwTtn oelida 1mou ouvavtdel o0 XpAoTng MOANIC ETTIOKEPBEI TNV
avtioToixn d1eUBuUVON, TTEPIEXEI TOV TITAO TOU AVTIOTOIXOU £PYaAgiou KABWG Kai
Mia KAANITEXVIKI €IKOVA TTOU Eival OXETIKA PME TOV OPYAVIONO TTOU PEAETATAI, UE
10 ACT (Eikéva 15) va atreikoviCel éva okitoo Tou Arabidopsis thaliana kai Ta
HGCA va arreikovi¢ouv Tov Epuniy Tou lNpagitéAn (Eikéva 16, Eikéva 17).
Avagépovtal, 0 OUVOAIKOG apIBPOG Twv yovidiwv Kal OelyudTtwy TTou
XpnoigoTtroinénkav otnv avaAuon, kabwg Kal To chip A n Baon dedopévwy TTou

TIPOEPXOVTAI TA OEiyPATA.

Home People Help Tutorial elixir &

o0

Arabidopsis Coexpression Tool

The A

A genes from gene pair correlabion data of 3500 Affyme!
Input the Gene ID (e.g. A

: rix Arabidopsis - amyles
Ez [ ]®vtpingthe start of e Gene 1D or Symbol, up to 10 maches will be suggested)

Submit || Resat

ATH1 Genome Array Chip microarray samples

Powered by
okeanos mEND

Eikova 15 — H apxikn aeAida tou ACT
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Home People Help E}?"‘tr &

Human Gene Coexpression Analysis

'?-29
(it
E. A ] A

The Human Gene Coexpression Analysis tool (HGCA) is based on the coexpression analysis of 55431 Human genes from gene pair corelation datz of 3500 RNASeq samples from the GTEx Project

ot Ersenl G 10 (ENSGO0BDO030505) o HGNC Gene Syl (SLCTBAT) o you g o iresL Tofind Ensembl G —————— N e
By typing the start of the Ensembi Gene 1D or HGNG Symbol, up 1o 10 malches wil be suggested
1Ds or HGNG Gene symbals, search GeneGards using names, idenlifiers or keywards for gene symbols, aliases, identifiers, elc (B typing the start of the Ensembl Gene ID or ymbol, up to 10 malches will be suggested)

Submit || Reset

Powered by

okeanos mESD

The "ELIXIR-GR- Managing and Analysing Life Sciences Data (MIS- 5002780)° Project is co-financed by Greace and the European Union - European Regional Development Fund

Eikova 16 — H apyikn aeAida rou HGCA2

b

Home People Help Efg,\_lf &

Human Gene Coexpression Analysis

The Human Gene Coexpression Analysis 0ol (HGCA) is based on the coexpression analysis of 16833 Humen genes from gene pair correlaiion dala of 1959 microarray samples fom GEC
Input the Ensembl Gene ID (ENSG00000036565) of HGNG Gene Symbol (SLC18A1) of your gene of interest. To find Ensembl Gene:l
15 or HGNG Gene symbals, Search GenzGards using names, identifiers of keywards for gene symbols, alieses, identfiers, etc.
Submit || Reset |

(BY typing the start of the Ensembl Gene ID or HGNG Symbal, up to 10 matches will be suggested)

Powered by

okeanos m==8

The "ELIXIR-GR- Managing and Analysing Life Sciences Data (IS 5002780)° Project is co-financed by Greece and the European Union - Furopean Regional Development Fund

epanexzoi o =% EXMIA

Eikéva 17 — H apyikn oeAida tou HGCA1.5

270 TTAVW MEPOG TNG O€NiIdAG UTTAPXEl Mia uTTdpa TTAorynong ME Toug
€€ng ouvdéopoug: Home, People, Help kai otnv trepimrrwon tou ACT, Tutorial.
KdavovTtag KAIK TTdvw 0TOoV oUvOEO0 Home, HETaPEPOUAOTE OTNV APXIKI OEAIdQ
Tou gpyaAciou. 21n oeAida People, avagépovtal OAOI Ol CUVTEAEOTEG Kal
OUVEPYATEG TTOU DOUAEWaV TTAVW OTO AVTIOTOIXO £PYAAEIO KOBWGS Kal OTOIXEIO
ETTIKOIVWVIAG yia Tov KUplo emBAéTTOVTa TNG epyaciag. H ogAida Help (Eikéva
18) avaépel BacIKES TTANPOPOPIEC Kal ATTAVTAEl OE QATTOPIEC OXETIKA WE TNV
A€IToupyia Tou I0TOTOTTOU, KABWG Kal yia TNV TTPOEAEUCH TwV OEOONEVWYV ATTO

TIG D1APOoPEG BIAdIKTUOKES BATEIG.
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Home People Help Tutorial F'l'{,xH" &

g2

What does Arabidopsis Coexpression Tool do?

Arsbidopsis Coexpression Tool (ACT) is used for the identification of transcriptianally correlated (coexpressed) genes in Arabidopsis thafiana
How do | cite Arabidopsis Coexpression Tool?

esthead, D R (2006) Aral
sthead, DR (2006). The

« Manfield, | W, Jen, CH . Pinney, J W, Michalopoulos, | , Bradford, J R, Gilmartin, PM , ar
+ Jen, CH, Manfiekd, | W, Mx 05, | ey, J W, Willals, W.G . Gilmartin, PM_, a

What data are stored and where do they come from?
ACT database manly confams:

les of Affymetrix Arabidopsis ATH1 Genome Array GeneChip™ from ArayExpress, Gene Expression ( 15 and NASCAImays, that were normalized using SCAN and Brai ay Version 23 0.0, ENSG, custom

y
or-target gene interaction data from AtRegNet

or arget gene inferaction data from DAP.seq experiments from
y data from Pfam

What is the input and output of ACT?

The Gene Name of the Gene Symbal of a gene of interest can be used as inpul The cutput shows the most dosaly coaxpressed genes 1o the driver gene as a coexpression sublree, as well as their Gene names, Gane Symbols and descriptions. A biological term
category can be picked from the drop down men to perform an Over-representation analysis.

What is the Over-representation analysis?

By selecting one of ihe available Enrichment Analyses
representation of each ferm is based on Hyparge:

m the drop down menu, ACT will perform a term over-representation analysis for each term in that category that describes the list of the coexpressed genes. T

statistical significance {p-value) of the over-
fibution. P-values are adjusted using Fenjam fiberg procedure. The Enrichment Summary only outpuls ferms whase over-representation p-valus is below the 0.05

0.05 Cut-off

Eikéva 18 — Amoéamacua tn¢ aedidag Help yia 1o ACT

210 Tutorial yia To ACT (Eikéva 19) trepiéxetal éva Bivreo ota ayyAikd,

ME 0dnyieg BrApa Bripa yia Tnv ekTEAeon piag avadAuong Tou ACT.

Home People Help Tutorial elixir &

il

Arabidopsis Coexpression Tool

ViRl &
2

Eikéva 19 — To Bivreo odnyiwyv yia 1o ACT

AvalATnon yovidiou

21NV apyIkn oeAida utrapyel Eva medio avalntnong yovidiwv. O xpriotng
pTTOPEl Va TTANKTPpoAoynoel Tov Kwdikd ENSG 1) To katd HGNC ouupoAo evog
yovidiou yia Tov dvBpwTro, A Tov Kwdikd AGI r} To cUpBoAo evdg yovidiou yia To
Arabidopsis thaliana. Av 10 yovidio €ival diaBéaiuo, T0TE N POpUa Ba TTPOTEIVEI
QuTOPATN CUPTTApwaon Tou Trediou. MNaTtwvTtag 1o TTANKTPO Submit, emTeAeiTal
n diadikaoia TNG avAAuong CUVEKPPAONG. € TTEPITITWON TTOU TO YOVidIo TTOU
OUPTTANPWOET dev uTTApxel i €xouv TTANKTPoAoynBei AdBog oToixeia, TOTE PETA
TO TTATNMA Tou Submit, epgavietal yrpvupa AdBoug (Eikéva 20) kal o xproTng
KOAEITAI VO ETTIOTPEWEI OTNV APXIKI OgAida.
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Home People Help Tutorial

Please select a different Gene

Eixoéva 20 — Mivupa AGBoug Kai 0UVSEOROG yia ETTIOTPOQR aTNV ApXIKrj aeAida

Etriong mpoo@épeTal oUvOEOUOG yIa €i0000 yovidiou — TTapdadeiyua yia Tnv
AgIToupyia Tou KAGBE gpyalgiou. € TTEPITITWON TTOU 0 XPAOTNG OEV yVWpIlEl TO
Ovopa Tou yovidiou TTou Ba €10dyel yio avaAuon, TTPOCQPEPETAlI CUVOECHOG O€
eCwrepIkh Baon dedopévwy, OTTOU PTTOPOUV Va avadntniouv yovidia pe Bdaon
AEEEIC KAEIOIG TTOU oxeTiCovTal Pe Tn AsiToupyia A To BIOAOYIKO Toug pOAo. ZThv
mepimTwon Tou ACT xpnoigotroigital n Baon dedopévwy Thalemine (Eikova
21).

e+ ThaleMine va.2.0-20200613 vsta mirivg on Arabionss thatans

Contact us | Login

rivosamal

Searcn

5 Categories

Hits by Organ|
« A thaliana: 1

Eikéva 21— Avaliitnon yia rov 6po «ribosomal» otn oeAida avalnrnong yovidiwv tou Thalemine.
@aiveral 0 kwoikoS AGI Kal To Kavoviké dvoua Twv yovidiwv TTou gugavidovral ata amoteAéouara

MNa Tov avBpwTro TrpoTeiveTal n Baon dedopévwyv GeneCards, 61Tou emiTEAEiTAI

TTapopola avadntnon.

‘©) GeneCardsSuite MalaCards  LifeMap Discovery ~ PathCards ~ TGex  Varlect — GeneAnalytics  GeneAlaCart  GenesLikeMe

Free for academic non-proft institutions. Other users need a Commercial license:

ribosomal

Home = UserGuide | AnalysisTools~ | NewsAndViews & Aboutw My Genes LogIn / Sign Up
Showing 25 of 12,068 Results for ribosomal scxr e Export~ Show:| 25~
- Symbol Description Category GIFts GCid Score ¥

1 @ RPL1 Ribosomal Protein L11 Protein Coding 48 GCO1P023691 50.64

2 @ RPLS Ribosomal Protein LS Protein Coding a7 'GC01P092832 50.44

3 @ RPS19 Ribosomal Protein $19 Protein Ceding 43 GC19P041859 49.62

4 @ RPS14 Ribosomal Protein $14 Protein Ceding 44 GCO5M150443 4461

5 @ RPS10 Ribosomal Protein $10 Protein Ceding 44 GC06M042209 4343

6 ® RPL26 Ribosomal Protein 126 Protein Coding 43 GC17M008377 42.57

7 ® RPL35A Ribosomal Protein L35a Protein Coding a4 GCO3P197949 42.53

8 ® RPS26 Ribosomal Protein 526 Protein Coding 42 GC12P056043 42.05

9 % RPS24 Ribosomal Protein 524 Protein Coding 43 ‘GC10P0O78033 42.04

10 & RPS17 Ribosomal Protein S17 Protein Coding 42 GC15M082536 41.02
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Eikéva 22 - Avalntnon yia tov 6po «ribosomal» arn oeAida avalitnong yovidiwv Tou
GeneCards

Q¢ Tmapdadeiypa yia avalitnon oto epyaicio ACT Ba xpnoIUOTTOINOOUUE TO
pIBocwuIKS yovidio RPL24A (Eikbéva 23) Tou TTapadeiyyarog, EVw yia Ta

epyaAeia HGCA 6a xpnoiyotroijooupe 10 yovidio NFKB2 (Eikéva 24).

w
N
f

The Arabidopsis Coexpression Tool (ACT) is based on the coexpression analysis of 21273 Arabidopsis thaliana genes from gene pair correlation data of 3500 Affymetrix Arabidopsis ATH1 Genome Array Chip microaray samples.

Input the Gene ID (e.9. AT2G36620) or Gene Symbol (e.g. RPL24A) of your gene of interest. To find Gene IDs or Gene names,
RPL24A the start of th ID or S to 10 matchy n
search ThaleMine using names, identifiers or keywords for genes, proteins, ontology terms, authors, etc i e BE T B T A L T2 L DR 2

Subpit | Reset

Eikova 23 — EmiAoyn tou yovidiou RPL24A aro ACT

NE

e Human Gene Coexpression Analysis ool (HGCA) is basad on the coaxpression analysis of 55431 Human genas from gena pair correlation data of 3500 RNASeq sampies from the GTEx Project

input the Ensembi Gene ID (ENSGO0000036565) or HGNC Gene Symbol (SLC18A1) of your gane of interest. To find Ensembl Gane
NFKB2 [\ the st f the 1] I HGN 1 h il it
D's or HGNC Gene symbols, search GeneCards using names, idenifiers or keywords for gene symbols, afiases, identifiers, efc AL O N L e MG S LT )

Smlgnll| Resat

Eikova 24 — EmiAoyn Tou yovidiou NFKB2 oto HGCA2

EmiAoyn yovidiou kal ekTéEAeon avaAuong

Metd 1O TTadTnUA TOou Submit ep@avifetal TO UTTOOEVTPO YOVIDIOKNG
OUVEKQPOONG TTOU TTEPIEXEI TO YoVidlo TTou avalnThcape (Eikova 25). To dévTpo
aQuto €ival €va KOMMATI TOU apXIKOU OEVIPOU OUVEKPPOONG TIOU EiXAUE
uttoAoyioel. Ta epyaAgia ouvékppaong Ppiokouv Tn B€on TOU Yyovidiou
avadntnong (TTou amo €dW Kal TTEPA OVOPACOUUE «YyoVvidlo-odnyd») Kal
ep@avifouv 0Tn 006vN TO KOPPEVO OEVTPO TTOU TTEPIEXEI 5 TTPOYOVIKOUS KOUBOUG
at1rd TO QUAAO Tou yovidiou-odnyou. O xprioTnG UTTOPEI va YEIWOEI ] va AuEAOEl
TO PEYEBOG TOU OEVTPOU, TTPOOBETOVTAG | MEIWVOVTAG TOU KOUPOUG HE TOUG
avTtioToixoug ouvdéopoug. Ettiong eivalr duvath n dia xeipdg PETABOAN Tou
apIBuou Twv KOuPwv Tou dévtpou xpnoidotroiwvtag To URL TnG 10T00EAIdOG

ekeivn Tn oTiypn. AAAGlovtag o€ autr) Tn dielbuvon):

https://www.michalopoulos.net/act/trees/AraPort.php?probeset=AT2G3
6620 _at&nodes=5

TOV apIOPoG OTO onueio nodes=5, yia TTapddelypa, o€ nodes=10, Kal TTATWVTAG

Enter, epaviletal To avtioToixo dEvipo aAAd yia 10 TTpoyovikoug KOPBOouUG.

ATIO TO apXIKO OAOKANPWHEVO BEVTPO CUVEKPPAONG, ATTOKOTITETAI JE TN XPNON
TOu TTpoypduparTog PhyloPrune 1o onueio Tou TrepIEXEl TO YOVidIo-00nyo PEXPI

Kal 5 KOUBoUG TTepaITEPW, TTPAYUA TTOU YiVETAI QUTOMOTA PE TO TTATANA TOU
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Submit. Av pe Toug 5 KOPPOUG TO UTTODEVTPO TTOU EPQPAVIOTE LETTEPVAEI Evav
opIohEVO apIiBud QUANWYV, TOTE QUTOPATA ETTIAEYETAI O APEOWG MIKPOTEPOG
apIBUGGS KOPPBWYV TTOU Va EXEI IKAVOTTOINTIKO apIOUO UAAWY, K.0.K. ZTrn OUVEXEIQ,
n oeAida diapadel To apxeio Tou UTTOdEVTPOU TToU €xel pop@oTtroinon Newick
(Archie et al., 2008) kai To arreikovicel povo pe TN xprion HTML. Ta @UAAa Tou
dévTpou gival Ta yovidia, TTou oupBoAifovral oto HGCA 1600 pe ToVv povadikd
KwoIkO ENSG 600 kai pe 1o oUPBoAS Toug kKatd HGNC, xwpiopéva e pia
TTaUuAa kal oto ACT pe tov Kwdikd AGI kal To cUpBoAo Tou yovidiou av auTtod
gival d1a0€01po. To yovidlo-odnyog €TTICNUAIVETAI PE KITPIVO QOVTO. KdvovTag
KAIK 0TOV KWOIKO ENSG yia 1o HGCA 1 Tov Kwdikd AGI yia to ACT, ekTeAeiTal
VEQ avaAuon XPNOIUOTTOIWVTAG AUTO TO YoVidlo WG 0dnyo, Xwpeic Opws va
METABAAAETAI TO UTTOOEVTPO OUVEKPPAONG TTou aTtreikovideTal. Kévovtag KAIK
OTO CUMPBOAO TOU yovidiou, 0 XPriOTNG LETAPEPETAI OTNV EYYPAPH TOU YOVIdioU

o1o GeneCards i Thalemine, avaAhoya av Bpioketal ota HGCA r; oto ACT.

AKpPIBWGS KATW aTTd UTTOBEVTPO UTTAPXOUV Ol ETTIAOYEG TTOU TTPOCQPEPOVTAI VIA
TEPAITEPW AVAAUCH TWV YoVIBiwv Tou dEVTPOU. ApXIKA, O XPNOTNG UTTOPEI va
KateBaoel 1o apxeio popotroinong Newick TTou TTEPIEXEI TO EIKOVICOPEVO
uTTOOEVTPO, KABWG Kal va kateBdoel Tn AioTa TwWV CUUTTEPIAQUPAVOUEVWV
yovidiwv. ETTiong, uttdpxouv €TTIAOYEG YIA QUTOPATN €I0AYwWYH TOU OEVTPOU N
TNG AioTag yovidiwv Ot eEWTEPIKA epyaleia yia deutepelouca avaAuon. To
OEVIPO UTTOPEI va  QTTEIKOVIOTEI OTO  OIOBIKTUAKO €pyaAeio  TTPOBOAAG
@uloyeveTikwv dévTpwy Interactive Tree of Life (iToL) (Letunic and Bork, 2019).
H Aiota yovidiwv utropei va e€axBei ota epyaleia: g:Profiler (Reimand et al.,
2016) yia avdAuon eutrAouTiopou 6pwv, Genemania (Franz et al., 2018) kai
String (Szklarczyk et al., 2019) yia dnpioupyia SIKTUWY AAANAETTIOPACNG PETALU
yovidiwv Kal TTpwTeiviov Kal 6cov agopd 10 ACT, e€aywyn otnv 10TooeAida
avaAluong Aiotag yovidiwv Tou Thalemine (Eikdva 26), O61TOU TTPOCQEPEI
O1d@popeG avaAUOoEIG E€UTTAOUTIONOU Opwv, OTTWG avaAuon €EPTTAOUTIONOU
BIBAIOYpa@iag i TIPWTEIVIKWY OUIKWV-AEITOUPYIKWY TTEpIoXWYV. Ooov agopd Ta
HGCA (Eikova 27), mpoo@épeTal emTAéov avalritnon oto Enrichr (Kuleshov
et al., 2016) o6mou TepIAapPBavel peydAn TroikiAia ammdé Opoug yia avaAuon
eutTAOUTIOPOU Kal TEAog To Pathway Commons (Rodchenkov et al., 2020) tTou

avadnTei BIOAOYIKA Kal JETABOAIKA HOVOTTATIA.
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01

AT1G08360_at - AT1G08360
AT2G01250_at - AT2G01250
AT3G09200_at - AT3G09200
AT3G49010_at-BBC1
AT4G16720_at - AT4G16720
AT3G62870_at - AT3G62870
AT1G67430_at - AT1G67430
AT2G34480_at - AT2G34480
AT5G19510_at - AT5G19510
AT5G20290_at - AT5G20290
AT2G41840_at - AT2G41840
AT4G34670_at - ATAG34670
AT5G10360_at - EMB3010
AT1G18080_at - ATARCA
AT1G72370_at - P40
AT3G53430_at - AT3G53430
AT1G18540_at - AT1G18540
AT3G04840_at - AT3G04840
AT3G07110_at - AT3G07110
AT5G61170_at - AT5G61170
AT3G05590_at - RPL18
AT4G17390_at - AT4G17390
AT3G53020_at-STV1
AT3G60770_at - AT3G60770
AT3G09630_at - AT3G09630
AT5G02870_at - AT5G02870
AT4G31700_at - RPS6
AT1G22780_at - PFL
AT5G27850_at - AT5G27850
AT2G27530_at - PGY1
AT5G16130_at - AT5G16130
AT2G39460_at - RPL23AA
AT2G33370_at - AT2G33370
AT4G15000_at - AT4G15000
AT2G37190_at - AT2G37190
AT3G02560_at - AT3G02560
AT4G00100_at - RPS13A
AT5G23900_at - AT5G23900
AT1G73230_at - AT1G73230
AT2G44120_at - AT2G44120
AT2G47610_at - AT2G47610
AT5G39740_at - RPL5B
AT3G25520_at - ATLS
AT5G07090_at - AT5G07090
AT3G58610_at - AT3G58610
AT1G27400_at - AT1G27400
AT4G29410_at - AT4G29410
AT3G51800_at - ATG2
AT2G36620_at - RPL24A
AT4G10480_at - AT4AG10480
AT5G58420_at - AT5G58420
AT3G12390_at - AT3G12390
AT5G47210_at - AT5G47210

1T

GGk

=

T

More Nodes /Less Nodes
View Newick File | View in iTOL
View List of 53 Genes | g:Profiler Search|View in Genemania | String Search | Thalemine Search

Eikéva 25 — To umodévipo ouvékppaans yia 1o yovidio RPL24A w¢ amoréAsoua aro gpyaleio
ACT. To &évrpo éxel Toug default 5 k6uBoug.
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Wiew Newick File | View in iTOL
View List of 54 Genes | g:Prafiler Search | View in Genemania | String Search | Thalemine Search

Eikéva 26 - Eéwrepikoi ouvdeapol yia emimAéov avaAvoeic oto ACT

View Newick File | View in iTOL
View List of 23 Genes | g:Profiler Search | View in Genemania | Pathway Commons Search | String Search | Enrichr Search

Eikéva 27 — Eéwrepikoi auvdeouol yia emimAéov avaAuoeig ota HGCA
AvAAuon UTTEPEKTTPOOWITTNONG OpwWV

O xproTng YETA TNV EUPAVION TOU UTTOOEVTPOU CUVEKPPOONG, UTTOPEI va
ETTIAECEI VA TTPAYHATOTIOINCEI Hid ATTO TIG AVOAUCEIG UTTEPEKTTPOOWTTNONG OpWV
TWV YoVIBiwv Tou UTTOdEVTPOU. H TTpoETTIAEypéVN €TTIAOYN €ival 0 OXONAouOG
TwVv yovidiwv. MNMapouoidletal £vag TTivakag, OTTou KA ypauun gival éva atrd
TA yOVidIa TOU UTTOOEVTPOU WE TN OEIPA TTOU EP@AVICoVTal O€ QUTO, KAl OTIG AAAES
OTAAEG €ival TO aUPPBOAO TOu yovidiou Kal n TTEPIYPA@N) TOU. Z€ auTr) TNV aeAida
OeVv eKTEAEITAI KATTOIO AVAAUCH UTTEPEKTTPOCWTINONG. N VA Yivel QuTO, TTPETTEI
va eTTIAEXOEi hia KaTnyopia EUTTAOUTIOPOU PECW £VOG AVATITUOCOOUEVOU PEVOU

(Eikéva 28) ditrAa atd tnv évdeitn «Select an Enrichment Analysis:» 1T0OU

v | Ensembl Gene Annotation v
Ensembl Gene Annotation

avaBooBAvel.

ThaleMine Gene Annotation
ThaleMine Gene Annotation

Gene Ontelogy: Biological Process
Gene Ontelogy: Molecular Function
Gene Ontelogy: Cellular Component
Plant Ontology: Plant Anatomy
Plant Ontology: Plant Structure Developmental Stage
WikiPathways

KEGG Pathway

AraCyc

AtRegNet

Plant Cistrome Database

Pfam

Gene Ontelogy: Biological Process
Gene Ontology: Molecular Function
Gene Ontelogy: Cellular Compaonent
KEGG Pathway

WikiPathways

ENCODE

ReMap

OMIM

DisGeNET

Pfam

Chromosome Band

Eikéva 28 - Karnyopieg avédAuang eummAoutiouou yia 1o ACT (apiorepd) kai ta HGCA (6¢éid)

EmAéyovTag pia katnyopia, n oeAida avavewveTal Kal ep@avifovral og évav

™me
UTTEPEKTTPOOWTTNONG. AvAAoya WE TNV KATNYOPId, O apIBPOS Twv OTNAWV TOU

mivaka «Enrichment Summary» T1a amoTteAéouarta avaAuong
TTivaka dla@Epel, WS ol 4 TTPpwTES gival TTavTa ol idieg (Eikdva 29). H mpwTn
oTAAN, Rank, Katatdooel TOUG OPOUG TTOU EPPAVIOTAKAV OTA ATTOTEAEOUATA TNG
avaAuong €uTTAOUTIOUOU e BAon To pIKPOTEPO P-value. Z1nv deUTePn OTAAN,

FDR adj P-Value, avaypdgetal 1o Tpotrotroinuévo P-value Bdaoel Tou False
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Discovery Rate. Avagépetal ot1 epygavi¢ovral pévo ol opol ye FDR adj P-value
< 0.05 (5.0-10?), KaBw¢ auToi BewpolvTal CTATIOTIKA ONUAVTIKOI. TNV TPITN
otAAn, Hits, eupavifetar o apIBPOS Twv yovidiwv Tou UTTOOEVTPOU TTOU
TTEPIYPAPOVTAl ATTO AQUTOV TOV OPO TTPOG TOV APIBPO AWV Twv YovIdiwv TToU
€XOUpE 0TN BAon dedOPEVWV PAG TTOU TTEPIYPA®OVTAl aTTd AUTOV TO OPO, KABWG
Kdl TO TTOOOOTO TTOU QVTIOTOIXEI O€ AUTO TO TINAIKO, YEOQ O€ TTApEVOEDN. ZTNV
TéTapTn OTAAN, Over-representation, avaypd@etal 10 TTOOEC QOPEC Eival
UTTEPEKTTPOCWTTNUEVOS O OPOG OTA YOVidIA TOU UTTOQEVTPOU. 2TIG UTTOAOITTEG
OTAAEG, avagEPETal TO Gvoua Kal N TTEPIYPAPH TOU OpoU, KABwG Kal 0 HovadIKOG
KWOIKOG Tou OTn BdAon O£dOPEVWV TTOU TTPOEPYXETAl. 2TOV KWOIKO UTTAPXEI
OUVOECHOG TTOU PETAPEPEI TOV XPNOTN OTNV EYYPAPr] TOU OPOU OTNV AVTIOTOIXN

Baon dedouévwy.

1 3.710°%2 46/425 (10.8%) 291 GO:0006414 translational elongation

2 1.7-10% 471632 (7.4%) 20.0 GO:0006412 translation

3 1.7-10°%8 471636 (7.4%) 198 GO 3 peptide biosynthetic process

4 531056 471655 (7.2%) Gi amide biosynthetic process

5 151075 47705 (6.7%) peptide metabolic process

6 18103 471745 (6.3%) cellular amide metabolic process

7 9.510°%7 48/1140 (4.2%) organonitrogen compound biosynthetic process
8 14103 48/1608 (3.0%) organonitrogen compound metabolic process

9 13107 49/3104 (1.6%) cellular macromolecule biosynthetic process
10 31107 49/3169 (1.5%) macromolecule biosynthetic process

1 351027 49/3183 (1.5%) 41 GO:0044271 cellular nitrogen compound biosynthetic process
12 1.510°20 49/3286 (1.5%) 4.0 GO:0010467 gene expression

13 28102 47/3002 (1.6%) 42 GO:0044267 cellular protein metabolic process

14 31102 48/3411 (1.4%) 3.8 GO:0019538 protein metabolic process

15 73102 22/263 (8.4%) 225 GO0:0042254 ribosome biogenesis

16 30102 5004375 (1.1%) 3.1 GO:0044249 cellular biosynthetic process

17 31102 221313 (7.0%) G 613 ribonucleoprotein complex biogenesis

18 651022 50/4455 (1.1%) organic substance biosynthetic process

19 3710 49/4290 (1.1%) cellular nitrogen compound metabolic process
20 6.7-102 504681 (1.1%) nitrogen compound metabolic process

Eikéva 29 — lMivakag¢ amoreAsoudrwy gummAouriauou épwv OvroAoyiag Movidiwv yia BioAoyikég
Aigpyaaieg, yia 1o yovidio RPL4A oto utrodévipo Twv 5 kOuBwv atrd 1o epyacio ACT.

Kdtw atrd Tov TTivaka atmoTEAEOUATWY EUTTAOUTIONOU Opwv, UTTAPXEI Kal £vVa
OeUTEPOG TTiVvaKAG PE TN AioTa TwV yovIdiwv PE TN o€Ipd TTou epgavifovtal 0T
UTTOOEVTPO, AVTIOTOIXOG KE TOV TTIVOKA OXOAMIACHOU yovIQiwv TToU eu@aviceTal
QpPXIKA PETA TO TTATNPA Tou Submit. AvaGAoya JE TNV KaTnyopia €UTTAOUTIONOU
TToU €Xoupe €TIAEEEL, epgaviCovTal GAol ol dIaBéaiuol dpol TTou TTEPIYPAPOUV TO

KAO¢ yovidlo o€ auTrjv Tnv Katnyopia (Eikdéva 30).
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GO:0071704 organic substance metabolic process
G0O:1901564 organonitrogen compound metabolic process
G0:1901566 organonitrogen compound biosynthetic process
G0O:1901576 organic substance biosynthetic process

Eikéva 30 — O1 6por BioAoyikng dispyaaiag ovroAoyiag yovidiwv Tou TTEPIYPAPOUV TO YoVidlo
AT1G08360 amo 10 gpyaicio ACT. Ta umoéAoirma yovidia Tou utrodévipou trapouaialovral oTov idlo
mivaka.

MapadeiyyaTa amroTEAEOUATWY
ACT
PiBoocwpikég MpwrTEiveg

H utropovdada Tou pifoocwuatog oTto Arabidopsis thaliana atroTteAgital
atrd 80 piBocwuikEG TTpwTEiveg (r-proteins), k@Be pia ammd 80 SI0QOPETIKES
OIKOYEVEIEG TTOU KwOIKoTToIoUVTal atrd 249 yovidia. Kavéva atrdé autd ta yovidia
O¢gv €ival povadIKo avTiypago, YEYOVOG TTOU Onuaivel OTI Ol TTEPICCOTEPES ATTO
TIG PIBOCWHMIKES TTPWTEIVEG KWwdIKOTTOoloUVTal aTmé 3 A 4 yovidia. (Barakat et al.,
2001). To AT4G13170, yovidio TTou KWAIKOTTOIEI Hia PIBOCWHUIKN TTPWTEIVN TNG
olkoyévelag L13, emAEXONKe wg yovidlo-odnyog o€ pia avaAuon Tou ACT. To
UTTOOEVTPO CUVEKPPAONG TTOU TTPOEKUWE aTTOTEAEITAI aTTO 134 yovidia-QUAAa
(Eixéva 31). Ta mepioodTEPa oUVEKPPAlOUEVA Yovidla gival SOPIKA cUOTATIKA
Tou pIBoocwuatog. MNa va €maAnBeubei n OTATIOTIKA ONUAVTIKOTNTA TOU
eEupnNMATog, £yive avaAuon €PTTAOUTIONOU PIOAOYIKWY Opwv péow Tou ACT
(Mivakag 2). O1 uTTEPEKTTPOCWTINUEVOI OPOI aTTO OAEG TIG TITUXEG TNG OvToAOYiag
MNovidiwv oxeTiCovtal hE PIBOCWUATA KOl PMETAPPACN, TTAPOUCIAOVTAG TTOAU
HIKpG TpoTroTroinuéva P-values katd FDR, pe Tigég ammd ~10176 puéxpr ~10-1%6,
H avdAuon BioAoyikwv povotratiwv Tou KEGG, trapouoiwg mpoTeive poAo
OUOXETICOPEVO ME pIfoowuaTta Kal n avdAuon Pfam €6€iEe eutTAOUTIONO O€

OIKOYEVEIEG PIBOCWUIKWY TTPpWTEIVWYV. Opol ouoxeTi{opevol he «KoTuAndoévor
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(cotyledon) ka1 «Aopry Epppuou» (embryo structure) ep@aviotnkav wg
UTTEPEKTTPOCWTTNMPEVOI Yyia TNV TITux TNG Avartouiag Putwyv oTig Ovroloyieg
dutwy, evw 0 6pog «21ddlo KotuAndovwy EpBpuou dutou» (plant embryo
cotyledonary stage) eug@aviotnke otnv TITuxn AvamTtuélokd ZTadI0 AOPNAS
durtoU. AvdaAuon EMTTAOUTIONOU MeTaypa@ikwv Mapayoviwy,
xpnoigotroiwvrtag 1éoo 1 fdon AtRegNet 6oo kai Tn Plant Cistrome Database,
atmmokdAuye dUo peTaypagikoug trapdyovteg, AT1G72740 (TRB5S) and TRB2
TTOU AV KOUV OTNV OIKOYEVEID TTPWTEIVWV homeodomain-like/winged-helix trou
mpoodévovtal oto DNA. Autd oupPadicel pe Tnv avakaAuywn OTI N OIKOYEVEIQ
METAYPAPIKWY TTapayoviwyv TRB puBuifel Tnv ékppaon Twv yovidiwv Trou
OXETICOVTQI PE TNV OUYKPOTNON TOU MNXAVIOUOU HETAPPOAONG OTa QUTA
(Schrumpfova et al., 2016).
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Tree scs

001 ————

i

T

AT2G19740 at
AT3G04920 at
AT5G28060 at
AT5GAB760 at
AT5G67510 at
ATAG13170 at
AT3G52580 at
AT5G22440 at

AT3G14600 at
AT3G12390 at
AT5GAT210 at
AT5GS8420 at

AT1G73230 at
AT2GA44120 at
AT5G07090 at
AT3G25520 at
AT2GAT7610 at
AT5G39740 at

AT5G27850 at
AT2G27530 at
AT5G16130 at
AT4G31700 at
AT3G09630 at
AT5G02870 at

AT1G18080 at
AT1G72370 at
AT1G18540 at
AT3G05590 at
ATAG17390 at
AT5GE1170 at
AT3G04840 at
AT3GO7110 at
AT2GA41840 at

AT2G34480 at
AT1G08360 at
AT2G01250 at
AT3G09200 at

AT1G74270 at
AT4G29390 at
AT5GA3970 at
AT5G02450 at
AT5GS6710 at
AT1GA8830 at

AT3G22230 at
AT3GS6340 at
AT3GA6040 at
ATAG09320 at
AT1G04270 at
AT3G04400 at

AT4G09800 at
AT3G52590 at
AT4G27090 at
AT1G69620 at
AT3G09500 at
AT3G24830 at
AT3G02080 at

AT5G03850 at
AT5G64140 at
ATAGO0810 at
AT5GATT00 at
AT5G27770 at
AT5G59850 at

AT5G27700 at
AT1G01100 at
AT3GE1110 at
AT2G27710 at
AT2G27720 at
AT2G36160 at
AT3G11510 at
AT4G14320 at
AT5G23740 at
AT5GA7930 at
AT3GA8930 at
AT5G52650 at
AT1G26880 at
AT2G36170 at
AT1G04480 at
AT3G05560 at
AT5GS6670 at
AT3G16080 at
AT3G23390 at

Eikéva 31 — To ummodévipo auvékppaang yia 1o yovidio AT4G13170, 6w ameikovilerar amrd

Tov 10T1OTOTTO iTOL
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Enrichment Summary for AT4G13170

Category p-value Term ID Description
GO: Biological 1.2.10-76  G0:0006414 translational elongation
Process
7.0-10-1%  G0O:0006412 translation
GO: Molecular 5.9-10-'%  GO0:0003735 structural constituent of ribosome
Function
GO: Cellular 2.8:1022"  G0:0022626 cytosolic ribosome
Component
PO: Plant Anatomy 1.6-10%> PO:0020030 cotyledon
1.6:10% PO0O:0025099 embryo plant structure
PO: Plant Structure 8.4-10''7 P0:0001078 plant embryo cotyledonary stage
Development Stage
KEGG 8.6:10-1%5  ath03010 Ribosome - Arabidopsis thaliana (thale
cress)
AtRegNet 1.0-102 AT1G72740 Homeodomain-like/winged-helix DNA-
binding family protein
7.5-10'% TRB2 Homeodomain-like/winged-helix DNA-
binding family protein
Pfam 1.0-10% PF01248 Ribosomal L7Ae

Mivakag 2 — O1 onuavtikGTePOI EUTTAOUTIONOI SpwV yia 10 yovidio AT4G13170, 6TTwg
TPOKUTTTOUV Q1o TOV I0TOTOTTO TOoU ACT. O!I TTEPIOTOTEPOI OpOI cUVOEDVTal LE piBocwuaTa

Mpwreiveg Oeppuikou 2ok (Heat Shock Proteins)

O1 Mpwrteiveg Oeppikou 2ok (Heat shock proteins - HSP) civar pia
OIKOYEVEIO TTPWTEIVWV TIOU  EKQPACOVTAl WG QavTidpaon O& OTPECOYOVEG
kataoTdoelg. To yovidlo Heat shock protein 101 (HSP101), TTou avrkel otnv
olkoyévela HSP100 Trou eival utrevBuvn yia Tnv emBiwon Tou Arabidopsis
thaliana og uynAég Bepuokpaaoieg (Tonsor et al., 2008), xpnoIPoTTOIRONKE WG
gicodog oto ACT. To utrodévipo avaTrTuxbnke €wg Toug 11 TTpoyovIKoUg
KOuPBoug, atroteAouuevo ammd 44 yovidla-eUAAa. H avdaAuon BioAoyiknig
Alepyaoiag OvrtoAoyiag MNovidiwv £0€I1e TOV OPO «avTioTAON OTN BEPUOTNTAN
(resistance to heat) wg kopu@aio 6po kal n avadAuon Pfam katétage mavw amod
Ta PIOA yovidia Tou UTTOOEVTPOU O€ YyoVvidia TTOU KWOIKOTTOIOUV TTPWTEIVES TNG
olkoyévelag HSP20. EmimrAéov, n avdAuon tou AtRegNet avakdAuwe Trévte
UTTEPEKTTPOCWTTNUEVOUG HETAYPAPIKOUG TTAPAYOVTEG VO OTOXEUOUV YOVidla TOU
utTtoOévTpou. OI PETAYPOQPIKOI TTAPAYOVTEG aTTd TOV OEUTEPO MEXP!I KAl TOV
TEPTTTO €ival Aol TTapdayovTeg BeppikoU ook (HSF3, HSFB2A, HSFC1 and AT-
HSFB2B), evw yia Tov TTPpWTO HETAYPa@IkO TTapdyovra, AT3G09735, dev
EXOUME apPKETA oToIXEia atrd TNV BIBAIoypagia yia va Tov XapaKTNPioOOUME. 2TN
ouvéxela, To yovidio Heat shock protein 90 (HSP90, AT5G56030) emmiAéxOnke
w¢ yovidlo-0dnyoc. AuEavovTag To apxIKO UTTOOEVTPO OTa 66 yovidia-@UAAa, n
avdAuon BioAoyikng Aiepyaciag Ovrohoyiag lovidiwv £3eige Toug Opoug
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«avtiotaon otn BepudTnTa» (resistance to heat), «avriotaon oto gpébiopa
Bepuokpaciag» (resistance to temperature stimulus), «avtidpaon o€ uywnAn
éviaon @wtog» (response to high light intensity), «avtidpaon oe afIoTiko
epéBiopar» (response to abiotic stimulus) kal «TTpwWTEIVIKG diTTAWPa» (protein
folding) (Mivakag 4), 6pol TTou TaIPIACOUV PE TIG YEVIKEG TTPWTEIVIKEG AEITOUPYIEG
Tou HSP90 (Milioni and Hatzopoulos, 1997). O euTTAOUTIONOG BIOAOYIKWV
jovotraTiwv Tou KEGG, €6eige Tov 6po «EmeEepyacia TpwreEiviov OTO
evdotmmAaopaTikd Oiktuo» (Protein processing in endoplasmic reticulum),
TTPAYHa TTou £TTAANBeUETAI ATTO TO POAO TOU HSP90 W¢ popiakou ouvodou TTou

BonBdsl oTo dITTAWPA GAAWYV TTPWTEIVWYV KAl TNV OTABEPOTTOINGCT) TOUG.

Enrichment Summary for HSP101

Category p-value Term ID Description

GO: Biological 9.1-104 G0:0009409 response to heat

Process

Pfam 15102 PF00011 Hsp20/alpha crystallin family

1.5-10° PF00012 Hsp70 protein

AtRegNet 2.3:10% AT3G09735 S1FA-like DNA-binding protein
5.6-102* HSF3 heat shock factor 3
2.3-10'® HSFB2A heat shock transcription factor B2A
2.9-10'"7 HSFC1 heat shock transcription factor C1

4.9-10° AT-HSFB2B winged-helix DNA-binding transcription
factor family protein

Mivakag 3 - AmoreAéouara ¢ avaAuong urepekmpoowinong yia 1o HSP101.

Enrichment Summary for HSP90

Category p-value Term ID Description
GO: Biological 9.1.104% (G0:0009409 response to heat
Process

7.3-10% (G0:0009266 response to temperature stimulus
6.1-10'% GO0:0009644 response to high light intensity
1.7-10'® GO0:0042542  response to hydrogen peroxide
3.7-10®  G0:0009628 response to abiotic stimulus
8.5-10""7 G0:0006457  protein folding

KEGG 9.6-10%5 ath04141 Protein processing in endoplasmic
reticulum

Mivakac 4 — AmoteAéouara ¢ avaiuong utrepekmpoawnang yia ro HSP9O.
AvTtidpaon oto kpuo (Response to cold)

To yovidio Cold-regulated 15a (COR15A) gvioxuel TRV avtioTacn otnv
Wugn oto Arabidopsis thaliana (Artus et al., 1996; Wang and Hua, 2009). To

COR15A xpnoiyotroidnke wg yovidio-odnyoég oto ACT (Mivakag 5). To
COR15A gpgaviotnke o€ dITTAavO @UAAO atrd 10 opdAoyo Tou, COR15B, Trdvw
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OoTO UTTOOEVTPO TwV 18 yovidiwv 1Tou dnuioupyndnke. Ta yovidia COR314-TM2
kai COR413IM1, Ta otroia €Triong €xouv Asitoupyia puBuiong yia 1o Kpuo,
edpaviotTnkav otov idlo kKAGdo. AvdAuon utrepekTTpoowttnong OvToAoyiag
Movidiwv BioAoyikng Algpyaciog €0€1Ee Tov Opo «EYKAIMATIONOG OTO KPUO»

(acclimation to cold) wg UTTEPEKTTPOCWTTNUEVO.

0.1

AT1G19670_at - CLH1
AT5G02940_at - AT5G02940
AT3G45140_at - LOX2
AT4G23600_at - CORI3
AT1G31550_at - AT1G31550
AT2G43530_at - AT2G43530
AT2G43550_at - AT2G43550
AT1G52000_at - AT1G52000
AT3G28220_at - AT3G28220
AT4G24350_at - AT4G24350
AT5G42650_at - AOS
AT1G29390_at - COR314-TM2
AT1G29395_at- COR413IM1
AT2G42530_at- COR15B
— AT2G42540_at - COR15A
AT5G61660_at - AT5G61660
AT4G03400_at - DFL2
AT5G61810 at-APC1

Eikéva 32 — To ummodévipo auvékppaans yia 1o yovidio COR15A.

Enrichment Summary for COR15A

Category p-value Term ID Description
GO: Biological 6.8:10% GO0:0009631 Cold acclimation
Process

Mivakag 5 - AmoreAéouara NS avaAuoncg umrepekmpoowtnong yia 1o COR15A.

Bioyéveon KuttapikoU Toixwparog (Cell Wall Biogenesis)

To yovidio Chitinase-like protein 2 (CTL2), T0 otroio £xel TOavo poAo
OTnV oUVBEON KUTTOPIKOU TOIXWHATOG 0TO Arabidopsis thaliana (Hossain et al.,
2010) xpnoiyotroindnke wg gicodog oto ACT, Kal TO TTAPAYOUEVO UTTODEVTPO
avaTrTuxtnke €wg Toug 23 TTpoyovikous kKouBoug (Eikéva 33). AvdAuon

UTTEPEKTTPOOWTTNONG BloAoyikng Aiepyaciog Twv 48 ouvekQpaopévwyv
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YyoVIOiwV KOTETAEE TN «PBIOyEvEON DEUTEPOTAYOUG TOIXWHATOS QUTIKOU TUTTOU»
(plant-type secondary wall biogenesis) w¢ kopu@aio 6po (p-value: 2.0-10-2°) pe
KOVTIVO deuTepo (p-value: 2.0-102°) Tov 6po «BloyEvean KUTTAPIKOU TOIXWHUATOG
QUTIKOU TUTTOU» (plant-type cell wall biogenesis) kai n avaAuon AraCyc €TTiong
TTPOTEIVE TN PIOCUVOEON KUTTAPIVNG WG UTTEPEKTTPOOWTTNHEVO Opo (p-value:
6.2:10°°). O 6pog «kataoAikn diepyaaia Aiyvivng» (lignin catabolic process), o
OTTOI0G ETTIONG EPPAVIOTNKE WG UTTEPEKTTPOCWTTNMEVOG, TAIPIALEI JE TOV EUPNUA
OTI yia peTdAAagn oto CTL2 au&dvel TNV cucowpeuon Alyvivng o€ QUTAPIA TOU
Arabidopsis thaliana 1Tou avatmtuxbnkav oto okotddl (Hossain et al., 2010).
Etiong, To opBdAoyo Tou CTL2 oto BapPaki, eKQPACETAl TTEPICOOTEPO OE
KUTTAPO ME OEUTEPOTAYEG KUTTAPIKO TOiXwHa (Zhang et al, 2004). Aiktuo
OUOXETIONG TTPWTEIVWV TTou dnuioupyrenke péow Tou STRING (Eikéva 34),
XPNOIMOTTOIVTAG Ta OUVEKPPAlOuEVa yovidia, €0€IEE HEYAAN CUOXETION METAEU
Tou yovidiou-0dnyou CLT2 Kal YEITOVIKWY YovIdiwv-QUAAWV o€ auTo, 181aiTepa
eKEIVWV TTOU KWOIKOTTOI0UV TTpWTEivES TNG oikoyévelag IRX. TéAog, n avaAuon
AtRegNet, £d¢e1¢e Tov VIND7 w¢ TTPWTAPXIKO PETAYPAPIKO TTAPAYOVTA PETAEU
Kal GAwv utrepekTTpoowtnuévwy. O VND7 puBpilel Tov 1péTTo ammébeong
OEUTEPOTAYOUC KUTTAPIKOU TOIXWHAOTOS OTa ayyeia Twv @utwyv (Yamaguchi et
al., 2011) kai etTiong €ival yvwoTd OTI TIPOOOEVETAI OTOUG UTTOKIVNTEG TTOAAWV
yovidiwv Tou oxeTiCovral e TN PioouvOeon deuTEPOTAYOUG KUTTAPIKOU
ToixwpuaTtog (Taylor-Teeples et al., 2015). EmimmAéov, éva péAOG TNG OIKOYEVEIAG
yovidiwv ocuvBaong kuttapivng, To CEV1 (AT5G05170) yvwoTo kal wg CESAS,
XpNoluoTroInenke yia pia dAAn avdAuon oto ACT. To CEV1 gival pia KATaAUTIKN)
UTTOPOVADA CUUTTAOKWY CuvBAOoNG KUTTAPIVNG TTOU EUTTAEKETAI OTNV dnuIoupyia
TOU TTPWTOTAYOUGS KUTTAPIKOU ToixwuaTtog (Burn et al., 2002; Daras et al., 2009).
To Tmapayduevo UTTOOEVTPO avaTITUXBNKE £wg 7 TTPOYyoVvIKOUG KOUPBOoUg Kal
£0¢e1ge ouvékppaon pe GAAa yovidia ouvBdong KUTTapivnG Kal JE TTPWTEIVES TTOU
eUTTAEKOVTAI OTNV KUTTAPIKN €TTéKTAON (cell expansion) éTtwg COB, POM1 kai
CSI1 10 o10i0 €ival TTpwTEivN TTOU AAANAETTIOPG pe cuvBaon kKuTTapivng (Eikéva
35). H avaAluon Bioloyiking Aigpyaciog Twv Ouvek@palouevwy yovidiwyv
avédelite  Toug  Opoug  «dlgpyacia  PBlooUvBeong  TTOAUGOKYOPITWV»
(polysaccharide biosynthetic process), «diepyacia BioouvBeong KuTTapivng»

(cellulose biosynthetic process), «Bloyéveon TPWTOTAYOUG KUTTAPIKOU
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TOIXWHATOG QuUTIKOU TUTTOU» (plant-type primary cell wall biogenesis) kai
«dlepyacia BloouvBeong B-yAukavwvy» (beta-glucan biosynthetic process), wg
Kopu@aioug (Mivakag 6). ETITTAéov, GO0V a@opd TOUG KOPUPaioug Opoug OTn
Mopiakny Agitoupyia, €XOUHE «evepyOTNTa ouvBAoNng KUTTapivng (dnuioupyia
UDP)» (cellulose synthase (UDP-forming) activity), «evepydtnta ocuvBaong
KUTTapivng» (cellulose synthase activity), «EVEPYOTNTA S-
pMeBuAoTpavopepdons»  (S-methyltransferase  activity) kar  «evepyoTnta
yAukotpaoveepaong UDP» (UDP-glycosyltransferase activity), oi1 otroiol
empBeBaiwvouv TOUG POAOUG Twv Yyovidiwv Tou uttodévipou. H avaiuon
KuttapikoU 2uoTaTikou avédeige Toug Opoug «dikTuo dla-Golgi» (trans-Golgi
network), «utrodiauépiopya Golgi» (Golgi subcompartment) kai «TTAQOUOTIKA
MeEPBPAvVN» (plasma membrane) w¢ UTTEPEKTTPOOWTTNHEVOUG, YEYOVOGS TTOU
utTooTNPICEl TN AsiIToupyia QuTwv  TwV  YovIOiwV OTIG OUYKEKPIMEVEG

UTTOKUTTAPIKEG TTEPIOXEG (Wightman and Turner, 2010).

102



0.1

] AT1G05310_at - AT1G05310
AT4G00230_at - XSP1
AT1G20850_at - XCP2
AT4G35350_at - XCP1
AT5G03260_at - LAC11
AT1G32100_at - PRR1
AT1G58070_at - AT1G58070
AT1G58370_at - RXF12
AT1G43790_at- TED6
AT3G21550_at - DMP2
AT5G51890_at - AT5G51890
AT3G62160_at - AT3G62160
AT4G33810_at - AT4G33810
AT3G27200_at - AT3G27200
AT5G16490_at - RIC4
AT5G02640_at - AT5G02640
AT5G38610_at - AT5G38610
AT3G49070_at - AT3G49070
AT1G08340_at - AT1G08340
AT1G27440_at - GUT2
AT2G37090_at - IRX9
AT3G16920_at- CTL2
AT5G17420_at - IRX3
AT5G44030_at - CESA4
AT4G18780_at - IRX1
AT3G18660_at - PGSIP1
AT5G15630_at - IRX6
AT5G54690_at - GAUT12
AT5G03170_at - FLA11
AT2G38080_at - IRX12
AT5G60020_at - LAC17
AT5G60720_at - AT5G60720
AT3G62020_at - GLP10
AT4G27435_at - ATAG27435
AT3G50220_at - IRX15
AT4G28500_at - NACO73
AT5G60490_at - FLA12
AT2G28760_at - UXS6
. AT1G62990_at - KNAT7
AT4G33330_at - PGSIP3
AT5G05390_at - LAC12
AT1G79420_at - AT1G79420
AT1G31720_at- AT1G31720
AT2G40120_at - AT2G40120
AT1G66810_at - AT1G66810
AT1G28470_at - NACO010
AT4G18550_at - DSEL
AT5G06930 at - AT5G06930

i

oramT

Eikéva 33 - To utrodévipo ouvékppaaong yia 1o yovidio CTL2.
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RXF12
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©
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AT2G40120

©

E GLP10

AT5G60720
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©

AT5G02640

©

AT3G27200

LAC11

S

Eikéva 34 — To diktuo aAAnAsmidpacns mpwreivwv mou mapdxOnke amd 1o STRING, ue gicodo

Ta ouvekppaloueva yovidia e 1o CTL2.
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0.1

AT1G04430_at - AT1G04430

AT3G49720_at - AT3G49720

AT4G18030_at - AT4G18030

ATAG27720_at - AT4G27720

AT3G61130_at - GAUT1

AT4G14360_at - AT4G14360

AT1G76670_at- AT1G76670

AT1G29470_at- AT1G29470

AT3G25140_at - QUA1

AT5G61240_at - AT5G61240

_|: AT1G05850_at- POM1

AT5G49720_at - GHOA1T

AT5G60920_at- COB

AT5G12250_at - TUBG

AT2G22125_at- CSI1

: AT4G32410_at- CESA1

AT5G64740_at- CESAG
AT5G05170_at- CEV1

AT4G39350_at- CESA2

AT3G23820_at - GAEG6

AT5G06700_at - AT5G06700
AT2G36880_at - MAT3
| AT3G03780_at- MS2

| AT5G17920_at - ATMS1

AT3G23810 at- SAHH2

Eikéva 35 - To utrodévipo ouvékppaong yia 1o yovidio CEV1.

Enrichment Summary for CEV1

Category p-value Term ID Description
GO: Biological 6.4-10*  GO0:0000271 polysaccharide biosynthetic process
Process
14103 GO0:0030244  cellulose biosynthetic process
1.9-10-'%  G0O:0009833 plant-type primary cell wall biogenesis
1.9-10-"%  G0:0033692 cellular polysaccharide biosynthetic process
4410 GO0:0051274  beta-glucan biosynthetic process
GO: Molecular 5.8:107 GO:0016760 cellulose synthase (UDP-forming) activity
Function
1.7-10% GO:0016759 cellulose synthase activity
2.6-10% GO0:0008172  S-methyltransferase activity
3.0-10% GO:0008194  UDP-glycosyltransferase activity
GO: Cellular 2.1-10"® GO0:0005802 trans-Golgi network
Component
1.1-10'®  GO:0098791  Golgi subcompartment

livakag 6 - ArroteAéouara NG avaAuong umepeKTTpoowTnong yia 1o CEV1.

105



dwTtoouvleon

H mpwrteivn PSB28 ¢ivar ouotatikd Tou @wTtoouoTiuarog I
(photosystem Il - PSII) To otroio fonBdel otnv €mdIdpBwon kal otnv de novo
ouvBeon Twv TTPWTEIVWY Tou cupttAdkou PSII, wg avtidpaon oe emayouevo
atro akpaia uwnAo ewg oTpeg (extreme high light induced-stress)(Parrine et al.,
2018). To TmapayOuevo UTTOOEVTPO TTPOTEIVE TNV GWTOOUVOECN WG Kopugaia
BioAoyikn diepyaacia. ‘Eyive eTTEKTAON TOU APXIKOU UTTODEVTPOU OTO ONUEIO TTOU
eEMpavioTnkav o1 eAaxioTeg p-values. 41 TTpoyovikoi KOuBol Trapryayav
UTTOOEVTPO aTTOTEAOUMEVO aTrd 729 yovidla, TTavw OTO OTI0I0 EYIVE avAAUON
eutTAOUTIONOU 6pwv (Mivakag 7). O1 kopugaiol 6pol yia Bioloyikh Aiepyaaoia,
KEGG kai AraCyc £deiiav Tov 0po «@wTtoouvBeon» (photosynthesis) wg
UTTEPEKTTPOOWTTNMEVO, €V N avaAuon KuTTapikou 2uoTaTtikou, TTPOTEIVE TO
«TTAaoTidlo» (plastid) wg 1o Bacikd opyavidio, CUUTTITITOVTAG YE TNV «TTPOCOEDN
oe XpwaoTikR» (pigment binding) wg¢ kopugaio 6po TnG avaiuong Mopiaknig
Agitoupyiag kal Tov 6po «apxEyovn kotuAnddévax (cotyledon primordium) Tng
AvaTtopiag QuTtwv. Akéua, n avaAuon Pfam £deie TI¢ TTpwTeiveg TTpdodeong o€
XAWPOPUAAN wg Kopugaio 6po kal N avaluon AtRegNet avakdAuwe Tov PIF4

(phytochrome interacting factor 4) wg¢ kopu@aio peTaypa@Iko TTapdyovTa.

Enrichment Summary for PSB28

Category p-value Term ID Description

GO: Biological 5.9-10'2 (G0:0015979  photosynthesis
Process

22107 GO0O:0019684  photosynthesis, light reaction
GO: Molecular 3.3:10"2 GO0:0031409  pigment binding
Function
GO: Cellular 0 GO0:0044434  chloroplast part
Component

0 GO0:0044435 plastid part

PO: Plant Anatomy 2.6-10'2> P0O:0000015  cotyledon primordium

2.6-101%5 PO0O:0025432  cotyledon anlagen
KEGG 1.4-10%°  ath00195 Photosynthesis - Arabidopsis thaliana

(thale cress)

AraCyc 8.1:10¢  PWY-101 photosynthesis light reactions
AtRegNet 5.8:105 PIF4 phytochrome interacting factor 4
Pfam 1.2-10'%  PF00504 Chlorophyll A-B binding protein

livakag 7 - ArroteAéouara NS avaAuong UTTEPEKTTPOOWTTNONGS yia To PSB28
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Kipkadikég PuBuoég

To yovidio LATE ELONGATED HYPOCOTYL (LHY) taiCer poho oTo
Kipkadikd poAdI Tou Arabidopsis thaliana (Lu et al., 2009). XpnoIuoTrolwvTag T0
oe avéAuon Ttou ACT kai a@ou €yive avdaTtrTug¢n Tou UTTOBEVTPOU £wg 8
TTpoyovikoug KouBoug (MMivakag 8), o kopugaiog 6pog BioAoyikig Alepyaaiag
o€ auTtd Ta 21 ouvek@paldpeva yovidla ATav «pubpikr digpyaaciax» (rhythmic
process). H avdAuon povotratiwv KEGG, €tmiong 1TpoTeive ToV «KIPKADIKO
puBuod» (circadian rhythm) wg kopugaio 6po kal n avaAuon Pfam katétage 8
atroé Ta yoVidla WG YETAYPAPIKOUG TTAPAYOVTEG TTOU AVAKOUV OTIG OIKOYEVEIEG
TpwTeivwy B-box zinc finger (zf-B_box) kai Myb-like DNA-binding domain
(Myb_DNA-binding). H avdAuon AtRegNet avakdAuwe tov TIMING OF CAB
EXPRESSION 1 (TOC1), o oTroiog atmoTeAEi KUPIO UOTATIKO OTO KIPKADIKO
POASI TTOU EVOWHATWVEI TTANPOQPOPIEG aTTd TO TTEPIBAAAOV YIO VA OPYOVWOEl
Kipkadikég avTidpdoelg (Perales and Mas, 2007), wg peTaypa@ikd Trapdyovta
TTOU OTOXEUEI TO OUVEKPPACOUEVA YoVidla. APKETA evOIAQEPOV Eival TO YEYOVOG
0TI OUo vyovidia upeTaypagikwy Trapayoviwy, RVE8 kar CCA1, Tou
Tpoodévovtal otov utrokivnTh Tou TOC1 (Farinas and Mas, 2011), ATrav

aQvVAPECT OTA CUVEKPPACOPEVA yovidia.

Enrichment Summary for LHY

Category p-value Term ID Description
GO: Biological 6.8:102  G0O:0048511 rhythmic process
Process
KEGG 5.6-107 ath04712 Circadian rhythm - plant - Arabidopsis
thaliana (thale cress)
Pfam 1.8:10""  PF00643 B-box zinc finger
1.0-10* PF00249 Myb-like DNA-binding domain

livakag 8 - AmoreAéouara TnS avaAuons UTTEPEKTTPOOWTTNONG yia 10 LHY

XAwpotrAaoTikég Kal MiTtoxovdplakég MpwTeEiveg

To chip ATH1 Trepiéxel avixveuTtég yia 72 AwpPOTTAAoTIKA yovidia.
XpnolyotrolwvTag £va atrd autd, 1o photosystem Il reaction centre protein T
(PSBT), wg yovidio-0dnyo oto ACT Kkail PEIWVOVTAG TOU TTPOYOVIKOUG KOUPBOUG
OTOUG 4, TTapAyeTal £va UTTOOEVTPO OUVEKPPAONG TTOU TTEPIEXEI ATTOKAEIOTIKA
Kal JOvo Ta 72 XAwpoTTAaoTIKA yovidia (diakpivovTal atrd Ta apxikd ATCG oTtov
Kwdikd AGI tou yovidiou) (Eikéva 36). Ta mpwra 7 yovidia Tou SEvipou

OXETICOVTaI JE METAPPACN EVW TA UTTOAOITTA KUPIWG HE PWTOOUVOEDN.
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ET IR

ATl

i

ATCG00020_at - PSBA
ATCG00040_at - MATK
ATCG00510_at - PSAI
ATCG01040_at - YCF5
ATCGO00120_at - ATPA
ATCG00710_at - PSBH
ATCG01050_at - NDHD
ATCG00630_at - PSAJ
ATCG00590_at - ORF31
ATCG00070_at- PSBK
ATCG00280_at- PSBC
ATCG00300_at - YCF9
ATCG00340_at - PSAB
ATCG00540_at - PETA
ATCG00480_at - PB
ATCG00720_at - PETB
ATCG01090_at - NDHI
ATCG01100_at - NDHA
ATCG00550_at - PSBJ
ATCG00560_at - PSBL
ATCG00570_at - PSBF
ATCG00580_at - PSBE
ATCG00380_at- RPS4
ATCG00640_at - RPL33
ATCG00650_at - RPS18
ATCG00440_at - NDHC
ATCG00470_at - ATPE
ATCG01020_at - RPL32
ATCG00690_at - PSBT
ATCG00080_at - PSBI
ATCG00220_at - PSBM
ATCG00050_at - RPS16
ATCGO1110_at - NDHH
ATCG00170_at- RPOC2
ATCGO1120_at- RPS15
ATCG00770_at- RPS8
ATCG00150_at - ATPI
ATCG00700_at - PSBN
ATCG00210_at - YCF6
ATCG00330_at- RPS14
ATCG00730_at- PETD
ATCG00660_at - RPL20
ATCG00190_at - RPOB
ATCG00065_at - RPS12A
ATCG00420_at - NDHJ
ATCG00430_at - PSBG
ATCG00490_at - RBCL
ATCG00130_at - ATPF
ATCGO00140_at - ATPH
ATCG00520_at - YCF4
ATCG00530_at - YCF10
ATCG00350_at - PSAA
ATCG00270_at- PSBD
ATCG00680_at - PSBB
ATCG00500_at - ACCD
ATCG01060_at - PSAC
ATCG01070_at - NDHE
ATCG01080_at - NDHG
ATCG00600_at - PETG
ATCG00160_at - RPS2
ATCG00180_at - RPOC1
ATCG00670_at - PCLPP
ATCG00790_at - RPL16
ATCG00820_at - RPS19
ATCG00360_at - YCF3
ATCG00780_at - RPL14
ATCG00750_at - RPS11
ATCG00760_at - RPL36
ATCG00800_at - RPS3
ATCG00810_at - RPL22
ATCG00740_at - RPOA
ATCGO01010 at- NDHF

Eikéva 36 — To utmodévipo auvEéKPPaans ue Ta 72 xAwpoTtrAacTikd yovidia
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Ooov agopd 1a pitoxovopia, 1o chip ATH1 trepiExel avixveuTtég yia 27
MITOXOoVOplaka yovidia (SiakpivovTal ge Ta apxikd ATMG oTtov kwdikd AGI Tou
yovidiou). Ze avtiBeon Pe Ta XAWPOTTAQOTIKA yovidla, Ta MITOXOVOPIOKA OE
BpiokovTal OAQ CUYKEVTPWHEVA O€ £VA KOIVO UTTOBEVTPO, OAAG OUVAVTWVTAI O€
OMAGdeG. YTTapxouv OUO UTTOOEVTPA TTOU TTEPIEXOUV OPABEG MITOXOVOPIOKWY
yovidiwv, éva pe 11 (Eikova 37 A) kai €va pe 10 UuAAa (Eikéva 37 B). To Trpwto
UTTOOEVTPO TTEPIEXEI KUPIWG UTTOBETIKEG TTPWTEIVES, VW TO BEUTEPO, TTEPA ATTO
TO Yeyovog OTI €xel KAAUTEpa OxoAlaopéva yovidia, €9e1 e oTnv avaAuon
BioAoyikig Alepyaciag, €UTTAOUTIONEVOUG TOUG OPOUG «KUTTOPIKK avaTTvor»
(cellular respiration) (p-value: 1.3-107) kai «TTapaywyr &VEPYEIG HECW
0&eidwong opyavikwy evwoewvy» (energy derivation by oxidation of organic
compounds) (p-value: 1.5-107). Ta utréAoITa pITOXOVOPIOKA Yyovidia eival

OUYKEVTPWHEVA O€ OPAdES TWV OUO 1 TPIWV.

A 0.1 B 0.1

—— ATMGO00010_at - ORF153A ATMG00060_at - NAD5C
ATMGO00130_at- ORF121A ATMGO01130_at - ORF106F
ATMGO00150_at - ORF116 ATMG00160_at - COX2
ATMG00140_at - ORF167 ATMG00640_at - ORF25
ATMGO00680_at - ORF122C ATMGO00650_at - NAD4L
ATMGO00720_at - ORF107D ] — ATMGO00070_at- NAD9
ATMGO00710_at - ORF120 ATMG01360_at - COX1

|: ATMGO01350_at - ORF145C ATMGO00690_at - ORF240A
ATMG01410_at - ORF204 ATMG00660_at - ORF149
ATMGO01400 at- ORF105B ATMGO01370_at- ORF111D

Eikéva 37 — Ta umodévipa GUVEKQPATNS YIA TIC ITOXOVOPIAKES TTpwrelves pe ta 11 (A) kar 10
(B) piroxovoépiaka yovidia-puAAa

AvOnpeg kai MNopn

To yovidio ABORTED MICROSPORES (AMS) TaiCei poAo oTtnv
QVATITUEN TWV KUTTApwV TATTNTA (€vav €I0IKO TUTTO BPETITIKWYV KUTTAPWY TTOU
Bpiokovtal péoa otov avlnipa) (Xu et al., 2010). Xpnoigotroindnke wg €i00d0g
o€ pia avdAuon Tou ACT Kal TO TTAPAYOUEVO UTTOOEVTPO aVATITUXONKE €wg 12
TTpoyovikoUg koupoug, pe 101 ouvoAika yovidia (Eikova 38). Avdahuon
UTTEPEKTTPOOWTTNONG BloAoyikng Algpyaciag, €0€1Ee Tov OpO «OUYKPOTNON
Toixoug yupnec» (pollen wall assembly) wg kKopugaio, n avdAuon Kuttapikou
2UOTaTIKOU £B€IEE TOV OpO0 «KAAUMMA yUpns» (pollen coat) kai o1 TpEIg Kopuaiol
6pol yia Tnv avaAucon Avartopiagc Putou ATAV «TOIXOG OTTOPAYYEIWV»
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(sporangium wall), «tamnTag» (tapetum) kai «avBripag» (anther). OAol ol

ava@epOuevol Opol OXETICOVTAl JE aVORPEG.
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W%WWWF%

T

il

Termil

FH

AT1G01280_at - CYP703A2
AT3G11980_at - MS2
AT1G02813_at - AT1G02813
AT5G16920_at - AT5G16920
AT1G69500_at - CYP704B1
AT1G62940_at - ACOS5
AT5G07230_at - AT5G07230
AT3G07450_at - AT3G07450
AT3G42960_at - ATA1
AT4G14080_at - MEE48
AT4G34850_at - LAPS
AT3G52130_at - AT3G52130
AT4G20420_at - ATAG20420
AT3G13220_at- ABCG26
AT4G29980_at - AT4G29980
AT1G61070_at - LCR66
AT3G23770_at - AT3G23770
AT2G42940_at - AT2G42940
AT1G26710_at- AT1G26710
AT1G06260_at - AT1G06260
AT5G07520_at- GRP18
AT5G07530_at - GRP17
AT5G07540_at - GRP16
AT2G23800_at - GGPS2
AT1G28430_at- CYP705A24
AT1G66850_at - AT1G66850
AT5G07550_at - GRP19
AT5G07560_at - GRP20
AT1G23240_at - AT1G23240
AT5G61605_at - AT5G61605
AT5G07510_at - GRP14
AT1G13140_at- CYP86C3
AT1G74540_at - CYP98A8
AT2G19070_at - SHT
AT5G48210_at - AT5G48210
AT1G67990_at - TSM1
AT1G75790_at - sks18
AT3G52160_at-KCS15
AT5G13380_at - AT5G13380
ATAG14815_at - AT4G14815
AT1G28375_at - AT1G28375
AT1G68875_at - AT1G68875
AT1G75940_at - ATA27
AT3G51590_at - LTP12
AT1G75910_at - EXL4
AT1G75930_at - EXL6
AT3G25050_at - XTH3
AT3G15400_at - ATA20
AT1G61110_at - NAC025
AT2G03740_at - AT2G03740
AT1G33430_at - AT1G33430
AT5G62080_at - AT5G62080
AT4G28395_at - A7
AT1G20120_at - AT1G20120
AT3G59530_at - LAP3
AT2G03850_at - AT2G03850
AT4G20050_at - QRT3
AT1G15360_at - SHN1
AT1G44224_at- AT1G44224
AT1G79780_at - AT1G79780
AT4G27330_at - SPL.
AT4G29250_at - AT4G29250
AT3G26125_at - CYP86C2
AT1G06170_at - AT1G06170
AT3G57620_at - AT3G57620
AT5G49070_at- KCS21
AT5G62320_at - MYB99
AT1G20150_at - AT1G20150
AT2G16910_at - AMS
AT1G06990_at - AT1G06990
AT3G52810_at - PAP21
AT1G30350_at - AT1G30350
AT2G17950_at - WUS
AT1G23250_at - AT1G23250
AT1G13150_at - CYP86C4
AT1G74550_at - CYP98A9
AT1G71160_at- KCS7
AT1G75920_at - AT1G75920
AT1G30020_at - AT1G30020
AT1G23520_at - AT1G23520
AT1G23570_at - AT1G23570
AT1G23670_at - AT1G23670
AT1G22015_at- DD46
AT1G23600_at - AT1G23600
AT1G23580_at - AT1G23580
AT1G06250_at - AT1G06250
AT1G23690_at - AT1G23690
AT1G23590_at - AT1G23590
AT2G18420_at - AT2G18420
AT5G16960_at - ATSG16960
AT1G08065_at - ACAS
AT3G06100_at - NIP7;1
AT1G15460_at - BOR4
AT5G20710_at- BGAL7
AT5G53190_at - SWEET3
ATAG23660_at - PPT1
AT5G65205_at - AT5G65205
AT1G02050_at - LAP6
AT4G16270_at - AT4G16270
AT5G52160_at - AT5G52160
AT4G35420 at-DRL1

Eikéva 38 — To ummodévipo auvékppaaons yia 1o AMS
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Enrichment Summary for AMS

Category p-value Term ID Description
GO: Biological 7.9:1022  G0O:0010208 pollen wall assembly
Process
GO: Cellular 1.5-106  GO:0070505 pollen coat
Component
PO: Plant Anatomy 9.9-10"" PO0:0025306 sporangium wall
1.2.10"* PO0:0025313 tapetum
6.3-10"* PO0O:0009066 anther

MMivakag 9 - AmroteAéouara NG avaAuong UTTEPEKTTPOCWTTNANGS yia To AMS

Avarrtuén Epppuou

To yovidio embryo defective 1692 (emb1692) tTrapdyel pia TTUPNVIKN
mpwTteivn Tou TTpocdévetal o€ RNA, n otoia cuupeTéxel oto HATioua
XAWPOTTAACTIKWY €0WViIWV TNG ouddag Il kar Trupnvikou mrpwiyou mMRNA. H
TPWTEIVN €AEYXEl TNV EUPPUIKN Kal YETA-EUBPUIKN avaTTTugn Kai ek@pdleTal
TO00 OTOUG TTUPNVEG OO0 KAl OTOUG XAWPOTTAAOTEG TWV PEPIOTWHATWY KUPIWG
(Daras et al.,, 2019). H avdAuon Tou ACT yia to emb1692, Trapriyaye éva
UTTOOEVTPO TO OTTOIO APOU AVATITUXONKE £WG 8 TTPOYOVIKOUG KOUPBOUG, TTEPILIXE
68 yovidia (Eikéva 39). H avadAuon Pfam £deie Tig oikoyéveleg PPR kar DYW
wg kopugaies (Mivakag 10). H oikoyévelia DYW gival pia utroopdda tng PPR kai
gival atrapaitntn Kupiwg yia Tpotrotroinon Tou RNA o¢ opyavidia (Okuda et al.,
2009). AnAadn, apketd yovidla AVAKOUV OTNV OIKOYEVEIQ TTPWTEIVWV TNG
eTavaAnyng TtpiakovtatrevTateTmidiou (Pentatricopeptide repeat - PPR), Ta
oTroia eytTAéKovTal oTov heTaBOAIONS Tou RNA o€ opyavidia TTou €xouv Baciko
poAo oTn Bloyéveon Toug Kal TNV avamTuén Tou guBpuou (Lurin et al., 2004).
Etreid 10 emb1692 GUPUETEXEI OTO PATIOPA XAWPOTTAACTIKWY E0WVIWV TNG
opddag I, n ummapén evog dikTuou pe yovidla PPR dikaiohoyei Tov pOAo Twv
OUVEKQPAOTUEVWY YoVIdiwv oTov PeTaBoAioud Tou RNA. AvaAuon OvtoAoyiag
Novidiwv BioAoyikng Algpyaaciag, TTapouaiace Toug Opoug «TpoTrotroinon RNA»
(RNA modification), «avarmTugn eufpuou» (embryo development), «avamrtuén
kaptrou» (seed development), «emegepyaocia RNA» (RNA processing) kai
«TpotroTroinon XAwpotAacTikoU RNA» (chloroplast RNA modification) 1rou
gival otevd ouvdedepEvol PE TIGC AeIToupyieg Tou yovidiou. ETmiTAéov, Ta
atmroTeAéopaTa eUTTAOUTIONOU yia AvatrTulakd 21adio Aopng dutou, £deifav

TTOAAOUG DIOQPOPETIKOUG OPOUG OXETICOMEVOUG e Bid@opa oTadIa €UPBPUIKAG
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QVATITUENG, YEYOVOG TIOU UTTOOTNPIiCEl TO pOAO TOou emb1692 kKal Twv

OUVEKPPACOUEVWY PE aUTO YOVIBiwV OTOV EAEYXO TNG EUPPUIKAG AVATITUENG.
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01

i

i

AT1G01860_at-PFC1
AT3G14330_at - AT3G14330
AT5G50280_at - EMB1006
AT1G17850_at- AT1G17850
AT1G11290_at - CRR22
AT5G39980_at - AT5G39980
AT1G18485_at- AT1G18485
AT5G66520_at - AT5G66520
AT2G02980_at- OTP85
AT2G44760_at - AT2G44760
AT3G09150_at - HY2
AT4G33460_at- ABCIO
AT5G52110_at - HCF208
AT4G38020_at - AT4G38020
AT5G16140_at- AT5G16140
AT1G06240_at - AT1G06240
AT4G10470_at - AT4AG10470
AT4G19070_at - ATAG19070
AT1G54310_at- AT1G54310
AT4G35440_at-CLC-E
AT5G47900_at - AT5G47900
AT1G25290_at- RBL10
AT5G08340_at - AT5G08340
AT4G34020_at-DJ1C
AT1G34380_at - AT1G34380
AT4G18520_at - AT4G18520
AT3G56330_at - AT3G56330
AT4G24175_at- ATAG24175
AT5G64150_at - AT5G64150
AT1G20816_at- AT1G20816
AT3G11750_at- FOLB1
AT1G26090_at - AT1G26090
AT5G48960_at - AT5G48960
AT1G50840_at - POLGAMMA2
AT3G61780_at-emb1703
AT1G65070_at - AT1G65070
AT4G14510_at- CFM3B
AT2G13440_at- AT2G13440
AT2G31530_at-SCY2
AT5G01510_at - RUS5
AT2G43235_at- AT2G43235
AT1G67440_at-emb1688
AT1G73710_at- AT1G73710
AT4G14190_at - AT4G14190
AT5G17660_at - AT5G17660
AT5G63700_at - AT5G63700
AT1G75340_at- AT1G75340
AT1G27410_at- AT1G27410
AT2G03780_at - AT2G03780
AT5G08270_at - AT5G08270
AT5G53080_at - AT5G53080
AT2G31190_at - RUS2
AT5G39940_at - AT5G39940
AT1G08610_at- AT1G08610
AT3G52170_at- AT3G52170
AT3G14900_at - EMB3120
AT3G20440_at- EMB2729
AT3G17830_at- AT3G17830
AT5G18820_at - Cpn60alpha2
AT1G15510_at- ECB2
AT1G71460_at - AT1G71460
AT2G29760_at- OTP81
AT5G62990_at - emb1692
AT1G21650_at - SECA2
AT4G28590_at - MRL7
AT5G63290_at - AT5G63290
AT5G54880_at - AT5G54880
AT2G29260 at- AT2G29260

Eikéva 39 - To umodévipo ouvékppaons yia 1o emb1692
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Enrichment Summary for emb1692

Category p-value Term ID Description

GO: Biological 15107 GO0:0009451 RNA modification
Process

1.1-104 GO:0009790 embryo development

1.1-10+ GO:0048316 seed development

1.5.10% GO:0006396 RNA processing

2.2-10+ GO0:1900865 chloroplast RNA modification
PO: Plant Structure 5.9-10¢ PO:0001078 plant embryo cotyledonary stage
Developmental Stage

6.6-10° PO:0001081 mature plant embryo stage
Pfam 1.510" PPR_2 PPR repeat family

1.510" PPR PPR repeat

1.3:10®% DYW_deaminase = DYW family of nucleic acid deaminases

lMivakag¢ 10 - AmoteAéouara ¢ avaAuonS UTTEPEKTTPOOWITNONS yia T0 emb1692

HGCA2
MpwrTeiveg HLA

Ta yovidia Tng oikoyéveiag HLA-DO kai HLA-DM atroteAoUv éva oUvoAo
OTEVA CUVEKPPACHEVWY YOVIBIWV TTOU 0 POAOG TOUG gival N ¢OPTWON TTETTTIOIWY
ota 1agng Il pépia peiovog cuptrAéypaTog IoToouppBatétnTag (Kropshofer et
al., 1999). To yovidio HLA-DOA (major histocompatibility complex, class II, DO
alpha) xpnoiuoTtoIndnke wg yovidio-odnyog o€ yia avaAuon Tou HGCA2. 10
TTAPAYOUEVO UTTOOEVTPO TWV 14 yovidiwv-QUAAwY, Ta 12 Tav yovidia HLA n
oxemigopeva ye auta (Eikova 40). H avaAuon Biohoyikwv Algpyaoiiv avedeige
O6poug avTiyovotrapouaiaong péow Tou MHC 14éNc Il (antigen processing and
presentation of exogenous peptide antigen via MHC class I, kA1T.), n Mopiakn
A&itoupyia 6poug Tpéadeong oTig TTpwreiveg Tou MHC 1déng Il (MHC class |l
protein complex binding) kai n avdAuon KuTttapikoU >uoTaTtikou €TTiong £0€1EE
10 oUutmAeypya MHC 148ncg Il wg kopugaio 6po. H availuon BioAoyikwv
povotratiwv KEGG, £€56¢€ige Tnv TTapouciacn Kal eTTeCepyadia avtiyovwy oTov
AvBpwTTo WG Kopuaia Asitoupyia kal N avaluon Pfam TTapouciace oIkoyéveleg
NG a kai B 1Tepioxns Tou MHC 1aéNg Il Kal pia oIKoyEvela TTOU AVTIOTOIXEI OTN

C1-set Tepioxn TNG avooooPaIpivNG WS UTTEPEKTTPOCWTTNMEVEG.

AvatrTuooovTag 170 OEVTPO £wg Toug 17 TTPOYOVIKOUG, TTPOKUTITEI £va
UTTOBEVTPO OUVEKPPaong pE 97 yovidia-uAAa (Eikéva 41). Méoa oe autd
TrepiExovTal yovidia Tou oxeTiCovtal pe IviepAeukiveg (IL2RA, IL411, IL18BP), n
Ivtep@epovn v (IFNG), kaBwg kai yovidia Tng oikoyéveiag TRGV (T-cell receptor
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gamma). O1 avaAuoeig BioAoyikng Aigepyaaiag kai Moplaknig Aeitoupyiag, eKTOG
atrod 0poug oxeTikoug pe To MHCII, €dg1Cav eITTAéOV KAl OPOUG OXETIKOUG ME
TNV avoooAoyIKr attékpion (immune response, immune receptor activity, KATT.).
EmmAéov, 1600 oI avaAUoeEIS BIOAOYIKWY POVOTTATIWY, 000 Kal O avaAUOoEIg
aoBeveiwyv, avedelitav  TTOAEG  aoBéveieg, 101AITEPA QUTOAVOOEG, WG
UTTEPEKTTPOOWTTNUEVEG, YEYOVOG Trou  Oegixvel TOo Paoikd poAo  Twv
ouvekPpalopevwy yovidiwv oTnv avoooloyikn amdkpion (Mivakag 12). TéAog,
dnuIoupyninke Kal éva dIKTUO AAANAETTIOpaONG METALU TTPWTEIVWV HECW TOU
STRING yia Ta yovidia Tou eTmekTapévou uttodévTpou (Eikdva 42).

041

ENSG00000019582 - CD74
ENSG00000204287 - HLA-DRA

ENSG00000231389 - HLA-DPA1
ENSG00000223865 - HLA-DPB1
ENSG00000196126 - HLA-DRB1
ENSG00000204257 - HLA-DMA
ENSG00000242574 - HLA-DMB

ENSG00000204252 - HLA-DOA
B ENSG00000179344 - HLA-DQB1
ENSG00000196735 - HLA-DQAT

ENSG00000198502 - HLA-DRB5

ENSG00000179583 - CIITA
ENSG00000280153 - AC133065.3

ENSG00000223534 - HLA-DQB1-AS”

Eikéva 40 — To ummodévipo auvékppaans yia 1o HLA-DOA

Enrichment Summary for HLA-DOA

Category p-value Term ID Description
GO: Biological 1.9-10"° GO:0019886 antigen processing and presentation of
Process exogenous peptide antigen via MHC
class Il
1.9-10"*  G0O:0002495 antigen processing and presentation of
peptide antigen via MHC class Il
1.9-10"*  G0O:0002504 antigen processing and presentation of
peptide or polysaccharide antigen via
MHC class I
GO: Molecular 1.8:10-"* G0:0023026 MHC class Il protein complex binding
Function
1.2:10"* GO:0032395 MHC class |l receptor activity
GO: Cellular 1.9-10% G0O:0042613 MHC class Il protein complex
Component
KEGG 2.1-10% hsa04612 Antigen processing and presentation -
Homo sapiens (human)
Pfam 1.6:102° C1-set Immunoglobulin C1-set domain
4.4.-10'¢  MHC_Il_alpha Class Il histocompatibility antigen, alpha
domain
1.0-10'* MHC_II_beta Class Il histocompatibility antigen, beta

domain

lMivaka¢ 11 — AmroreAéouara tnG avaAuang UTTEPEKTTPOOWTTNONS yia 1o HLA-DOA
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ENSG00000103496 - STX4
ENSG00000227766 - AL671277.1
00146232 - NFKBIE
)0 10 - TNF
ENSG00000158050 - DUSP2
ENSG00000188886 - ASTL
ENSG00000229162 - AL445471.1
00153898 - MCOLN2
ENSG00000261448 - AC109446.3
ENSG00000050730 - TNIP3
00104951 - IL411
)0073756 - PTGS2
)0100644 - HIF1A
00104312 - RIPK2
ENSG00000130066 - SAT1

)0170542 -

)0138378 - STAT4
00188389 - PDCD1
00169429 - CXCL8
ENSG00000277089 - AC243829.4
ENSG00000239948 - RN7SL368P

ENSG00000019582 - CD74
ENSG00000204287 - HLA-DRA
ENSG00000231389 - HLA-DPA1
ENSG00000223865 - HLA-DPB1
ENSG00000196126 - HLA-DRB1
ENSG00000204257 - HLA-DMA
ENSG00000242574 - HLA-DMB
ENSG00000204252 - HLA-DOA
ENSG00000179344 - HLA-DQB1
ENSG00000196735 - HLA-DQA1
ENSG00000198502 - HLA-DRBS
ENSG00000179583 - CITA
ENSG00000280153 - AC133065.3
ENSG00000: 4 - HLA-DQB1-AS1
ENSG00000171522 - PTGER4
ENSG00000110848 - CD69
00169508 - GPR183
ENSG00000274008 - AL442635.1
ENSG00000224796 - RPL32P1
ENSG00000125726 - CD70
00137265 - IRF4
ENSG00000163606 - CD200R1
ENSG00000134460 - IL2RA
ENSG00000163599 - CTLA4
ENSG00000273445 - AC133644.2
ENSG00000233093 - LINC00892
ENSG00000198885 - TPRIPL1
10230747 - AC021188.1
ENSG00000196301 - HLA-DRB9
ENSG00000229391 - HLA-DRB6
ENSG00000232629 - HLA-DQB2
ENSG00000237541 - HLA-DQA2

00131979 - GCH1
— ENSG00000198805 - PNP
ENSG00000135048 - CEMIP2
ENSG00000144136 - SLC20A1

ENSG00000258908 - AL355075.3
10239557 - AC092045.1
ENSG00000240350 - SOCAR
ENSG00000042980 - ADAM28
10270164 - LINC01480
00124813 - RUNX2
ENSG00000184293 - CLECL1
ENSG00000134028 - ADAMDEC1
ENSGC -MIR3142HG
)0103472 - RRN3P2
ENSG00000137496 - IL18BP
ENSG00000260908 - AC009093.3
00236772 - AL034550.1
ENSG00000227678 - AL355581.1
ENSG00000114841 - DNAH1
00186088 - GSAP
00262312 - AC004494.1
ENSG00000244720 - AC055748.1

ENSG00000111537 - IFNG
ENSG00000277632 - CCL3
00143184 - XCL1
ENSG00000227777 - AL0O31736.1
ENSG00000229757 - AL031736.2
00241490 - AC093010.2
00253651 - SOD1P3
ENSG00000227032 - RPS2P36
ENSG00000228403 - AC035139.1
00231128 - AL137856.1
l'l )0248358 - AC243972.1
ENSG00000253980 - AC010609.1
ENSG00000229405 - AC092580.1
10240487 - AC093010.1

)0: 85 - AL109767.1
ENSG00000227217 - AL356276.1
10237286 - CARD11-AS1
00177338 - LINC00469
ENSG00000225992 - TRGVA

00231202 - TRGVB
ENSG00000226212 - TRGV6
FNSGONNNN231858 - ACNAR7I45 3

Eikéva 41 — To ummodévipo ouvékpaang yia 1o HLA-DOA pe 17 mpoyovikoUs KOuBous
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Enrichment Summary for HLA-DOA

Category p-value Term ID Description
GO: Biological 1.5:10¢  GO:0006955 immune response
Process
2.6-10'% GO0:0002250 adaptive immune response
3.1-10"%  GO0:0019221 cytokine-mediated signaling pathway
1.0:10"®  G0:0002682 regulation of immune system process
GO: Molecular 1.6:10"° GO:0140375 immune receptor activity
Function
KEGG 1.1:10%° hsa05330 Allograft rejection - Homo sapiens
(human)
1.6-10"° hsa05332 Graft-versus-host disease - Homo
sapiens (human)
1.6-10"° hsa05323 Rheumatoid arthritis - Homo sapiens
(human)
WikiPathways 1.5:100 WP2328 r106557 Allograft Rejection
8.0-10"2 WP4217_r101851 Ebola Virus Pathway on Host
DisGeNet 2.2-10* C0036202 Sarcoidosis
2.7-10"7  C0004364 Autoimmune Diseases
1.5-107¢ Rheumatoid Arthritis
1.5:10¢ Ankylosing spondylitis

lMivakag 12 — EmimrAéov 6pol TTou eu@avioTnkav ue tv eméKTacn Tou dévipou Tou HLA-DOA
aroug 17 TpoyovikoUs KOuBous

NFKBIE

CLECL1

TNIP3

nmssp 6
cD7o

)

SERPINBY

SR

CD200R1

S

DUSP2

Eikéva 42 — To String diktuo aAAnAemridpacong yia to HLA-DOA ue 17 mpoyovikoUs KOuBoug.
Avayvwpiobnkav amo 1o mpdypauua ta 53 amro ra 97 yovidia. MNaparnpodue pia avauevouevn LUeyain
ouvdean petaél Twv HLA yovidiwv aAAd kai pueydAn ouoxénion ueraéu Twv UtToAoITTwy yovidiwv
oQeIAoUuEVN OTHV KOIVH TOUS AEITOUpYia TTOU gival  avOoOOAOYIKH aTTOKPION.
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MeTaAAoBeloviveg

O1 pyeTraAoBeloviveg £xouv €va peydAo TTOCOOTO KATAAOITTWY KUOTEIVNG
Kal TTpocdévovTtal oe didpopa Bapéa pETaAAa. Pubpifovralr ot etTiTredo
MeTaypa®ng 1600 atrd Bapéa pETaAAa 6oo Kai atrd yAukokopTikoeldr) (Murphy
et al., 2008). Xpnoiyotroimenke 1o yovidio MT1M (Metallothionein 1M) wg
yovidio-0dnydg. To TTapayOueEVO UTTOOEVTPO  avaTITUXOnke €wg TOoug 7
TTpoyovIkoUg kouBoug kai trepieixe 10 yovidia (Eikéva 43). Ta 9 ammd autd
avkouv oTIG PeTaAAoBeloviveg, pe 4 amd autd va eivar weudoyovidia Kal
QVETTAPKWG oXoAlaopéva. H avaluon BioAoyikig Algepyaciog KaTéTage 6poug
OXETIKOUG PE avTidpaon Kal atroTogivwaon 10VTwY XOAKoU Kal JETAANOU, KaBwG
Kal kaduiou Kal  weudapyupou TIO KATW OTn  AiOTA, WG Kopugaia
uttepeKkTTpoowTTNUéVOUG (Mivakag 13). H avdAuon Mopiakng Aciroupyiag €6¢1Ee
€TTiong Opoug TIPoodeong oe Papéa pETaAa. H avdAuon BioAoyikwyv
pjovotratiwv KEGG mpdtelve Tov Opo  «aTTroppo@non METAAAwv» (mineral
absorption) otov dvBpwtro kar n WikiPathways Ttoug 6poug «opoidéoTaon
weudapyupou» (Zinc homeostasis) kal «opoidoTaon xoaAkou» (Copper
homeostasis). H avaAuon Pfam avéBeoe TIG TTPWTEIVEG TWV CUVEKPPATUEVWV
yovidiwv oTnv oikoyévela TnG MetaAloBelovivng. O1 kopu@aieg aoBEvelEG TTou
eypaviotnkav péow Tou DisGeNet ntav n MetarapoaAyia kar n €AAEIwn
MeAaTovivng. TENOG, N avaAuon PETAYPAPIKWY TTapayovTwy péow Tou ReMap
aTmmoKAAUWE OUO METAYPOPIKOUG TIAPAYOVTEG TNG OIKOYEVEIAG OOKTUAWY
weudapyupou (zinc finger protein 879 kal 26) va oToxeUoUv Ta yovidla TOu

UTTOOEVTPOU.
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0.1

ENSG00000125148 - MT2A

ENSG00000169715 - MT1E
ENSG00000205364 - MT1M

ENSG00000205362 - MT1A
ENSG00000255986 - MT1JP
ENSG00000187193 - MT1X
ENSG00000162840 - MT2P1
ENSG00000196136 - SERPINA3
ENSG00000205361 - MT1DP
ENSG00000260549 - MT1L

Eikova 43 — To utmodévipo ouvékppaaong yia 1o yovidio MT1M

Enrichment Summary for HLA-DOA

Category p-value Term ID Description
GO: Biological 2.6-10" G0O:1990169 stress response to copper ion
Process
2.6-10"* GO:0010273 detoxification of copper ion
2.9-10"*  G0:0097501 stress response to metal ion
2.9-10"% GO:0061687 detoxification of inorganic compound
GO: Molecular 8.8-10°¢ G0:0008270 zinc ion binding
Function
1.8-10°% GO:0046914 transition metal ion binding
KEGG 1.8:10"" hsa04978 Mineral absorption - Homo sapiens
(human)
WikiPathways 7.9-10" WP3529_r106738 Zinc homeostasis
3.9-102  WP3286_r106367 Copper homeostasis
Pfam 3.0-10-'6  Metallothio Metallothionein
DisGeNet 4.8-10'¢ C0025587 Metatarsalgia
6.9-10'¢ C4285716 Melatonin deficiency
ReMap 7.6-10° ZNF879 zinc finger protein 879
1.7-102 ZNF26 zinc finger protein 26

lMivakag 13 - AmmoreAéouara g avaAuong ummepeKTpoowmnong yia 1o MT1M

Fevik AvoooAoyikil ATrokpion

To yovidio NFKB2 (Nuclear Factor Kappa B Subunit 2) kwdikoTrolgi pia

uttopovada Tou NF-«kB o oTtroiog 1raifel KevipikO pOAO WG €VEPYOTTOINTAG

yovidiwv oTnv QAgypovh Kal TNV avoooattokpion. Eicdyovtag tov NFKB2 oTo

HGCA2, mapdyetar €va UTTOOEVIPO CUVEKPPAonG ME 23 yovidia-QUAAQ.

Mapartnpoulue 611 010 aKkpPIBWS dITAavd @UAAO atmd To NFKB2, utrdpyel 1o

ou6Aoy6 Tou, RELB (Eikéva 44). Z1ov id10 uTToKAGdO BpiokeTal Kal TO yovidlo
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BCL3, évag pn-tutmkog avaoTtoAéag tou NF-kB (Oeckinghaus and Ghosh,
2009). H avdAuon Bioloyikng Aigpyaoiag, €0€16e wg Kopu@aio Tov Opo
«avoooAoyikf atrékpion» (immune response), OTTwG Kal AAAouUg Opoug
OXETIKOUG Pe Tnv duuva (Mivakag 14). H avdAuon KuttapikoU ZuoTaTikou
AVOUEVOPEVA £0€1EE DUO OPOUG OXETICOPEVOUG UE OUUTTAEYUOTA TNG OIKOYEVEIAG
NF-kB  w¢ Kopugaioug, KaBwg kal avédelge Tov TUPAVA WG  ThV
UTTEPEKTTPOCWTTNMEVN TTEPIOXT) TOU KUTTAPOU TTOU CUVAVTWVTAI TA TTEPICTOTEPQ
atré Ta ouvek@paloueva yovidia. O1 dUo Kopu@aiol JETAYPAPIKOI TTAPAYOVTES
TTou avadeixbnkav péow NG availuong tou Encode, ntav o WRNIP1 kai o

RELA, o61ou o TeAeutaiog atroteAei péAOG TNG olkoyévelag Tou NF-«B.

0.1
ENSG00000062716 - VMP1
“_{ ENSG00000077238 - IL4R
ENSG00000188313 - PLSCR1
4| ENSG00000109861 - CTSC
ENSG00000173559 - NABP1
_{ ENSG00000117090 - SLAMF1

ENSG00000126353 - CCR7
ENSG00000127311 - HELB
ENSG00000067066 - SP100
ENSG00000185404 - SP140L

_‘
4{ ENSG00000112343 - TRIM38
B

ENSG00000162645 - GBP2
ENSG00000139083 - ETV6
ENSG00000064932 - SBNO2
ENSG00000069399 - BCL3
_|: ENSG00000077150 - NFKB2
ENSG00000104856 - RELB
ENSG00000163874 - ZC3H12A
— ENSG00000131759 - RARA
ENSG00000278918 - AC080112.4
ENSG00000132510 - KDM6B
ENSG00000203804 - ADAMTSL4-AS1
ENSG00000237781 - ADAMTSI 4-AS?2

Eikéva 44 - To urodévipo ouvékppaong yia 1o yovidio NFKB2
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Enrichment Summary for NFKB2

Category p-value Term ID Description
GO: Biological 1.1-107  GO:0006952 defense response
Process
1.1-107 GO:0006955 immune response
1.1-107 GO:0051707 response to other organism
1.1-107 GO0:0043207 response to external biotic stimulus
GO: Cellular 2.4-10% GO0:0033256 I-kappaB/NF-kappaB complex
Component
3.5:10° GO0:0033257 Bcl3/NF-kappaB2 complex
1.2.10* GO:0031981 nuclear lumen
6.0-10* GO0:0005634 nucleus
Encode 2.3:10% WRNIP1 WRN helicase interacting protein 1
2.3:104 RELA RELA proto-oncogene, NF-kB subunit

Mivakag 14 - AmroreAéouara g avaAuong utmepeKTpoowTnong yia 1o NFKB2
ATtrékpion o€ loug

To yovidio STAT1 (Signal Transducer And Activator Of Transcription 1) TTou
KWOIKOTTOIEI TNV avTioToIXN TTPWTEIVN N otroia pecoAaBei yia TRV €k@paon
d1apopwV yovidiwv TTou Traiouv pOAo OTnv EmIRiWON TOU KUTTAPOU WG
atrokpion o€ didgopa egpeBiouara kal Taboyova (Najjar and Fagard, 2010),
XpPNnoiyoTroInenke wg yovidlo-odnydg oto HGCA2. MNapdxonke éva uttodévTpo
pE 34 yovidla-@UAAQ, TTOAAG atTd Ta oTToia oXeTiCovTal JE IVTEPPEPOVES (EIKOVa
45). AvaAuon Bioloyikig Alepyaciag avedEIEe WG KOPUPAioug, GPOUG OXETIKOUG
ME TNV Guuva evavTia o€ 10Ug (defence response to virus). O1 avaAuoeic KEGG
kal DisGeNet £dciEav cuoxETion pe dIAQopeS 1oyeveic aoBEveleg. EvdiagEpov
éxouv Ta atroteAéopata TnG avaAuong WikiPathways, 1Tou avakdAuge Tn
oupueToxn Tou STAT1, KabBwg Kal AAAwWV yovidiwv Tou UTTodEVTPOU, OTTWG TA
yovidia Tng oikoyéveiag OAS, oTnv atmokpion KATA TwV avepwITIVWV KOPOVaAiwV
(Mivakag 15). Téhog, n avAAuon HETAYPOPIKWY TTOPAYOVTWY £B€IGE TOV
Tapdyovra STAT2 w¢ KOpuPaio HETAYPAPIKO TTAPAYOVTa TTOU OTOXEUEI TTAVW
amdé Ta 2/3 TwWv yovidiwv Tou uttodévipou. Q¢ emTTAéov  avdAuon,
dnuioupyndnke £va dikTuo aAANAeTTidOpaong TTpwTeivwyV HEow Tou STRING, pe
€icodo Ta yovidia Tou uttodévTpou (Eikdva 46), To oTToio deixvel hia oTevr) oxéon

METALU TOUG.
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10.1

ENSG00000055332 - EIF2AK2
— ENSG00000119917 - IFIT3

B — ENSG00000119922 - IFIT2
ENSG000001267009 - IFI6
ENSG00000187608 - ISG15

ENSG00000089127 - OAS1

ENSG00000135114 - OASL
ENSG00000111331 - OAS3
ENSG00000111335 - OAS2
ENSG00000133106 - EPSTH
ENSG00000157601 - MX1
— _{ ENSG00000133321 - PLAAT4
ENSG00000136514 - RTP4
[ ENSG00000134321 - RSAD2
ENSG00000134326 - CMPK2
ENSG00000225964 - NRIR
ENSG00000138642 - HERC6
| ENSG00000107201 - DDX58
ENSG00000115415 - STAT1
_| ENSG00000115267 - IFIH1
ENSG00000137628 - DDX60
ENSG00000117226 - GBP3
ENSG00000117228 - GBP1

il

ENSG00000132530 - XAF 1
ENSG00000162654 - GBP4
SN ENSG00000137959 - IF44L
ENSG00000137965 - IFi44
ENSG00000185745 - IFIT1
ENSG00000165949 - IFI127
— ENSG00000205837 - LINC00487
ENSG00000225886 - AL445490.1

ENSG00000130303 - BST2

ENSG00000269720 - CCDC194

Eikéva 45 - To umodévrpo ouvékppaong yia 1o yovidio STAT1

ENSG00000254503 - AC0O10319.-
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Enrichment Summary for STAT1

Category p-value Term ID Description
GO: Biological 2.2.10% G0:0051607 defense response to virus
Process
4.1-10%  G0:0009615 response to virus
KEGG 7.7-10""  hsa05160 Hepatitis C - Homo sapiens (human)
8.4-10" hsa05164 Influenza A - Homo sapiens (human)
WikiPathways 2.1-10""  WP4880_r109979 Host-pathogen interaction of human

corona viruses - Interferon induction

3.4-10% WP4868_r109974 Type | Interferon Induction and Signaling

During SARS-CoV-2 Infection

Pfam 6.0-10"" OAS1_C 2'-5'-oligoadenylate synthetase 1,
domain 2, C-terminus
DisGeNet 4.7-108  C0021400 Influenza
6.3-10"* C0042769 Virus Diseases
1.8-10 C0019196 Hepatitis C
Encode 2.6-104° STAT2 signal transducer and activator of
transcription 2
ReMap 5.9-10"¢ STAT2 signal transducer and activator of

transcription 2

Mivakag 15 - AmmoreAéouara tng avaAuong ummepeKTTpoowTnong yia 1o STAT1

RARRES3

£
o/

I\

=
n
|

Eikéva 46 — To diktuo STRING yia o yovidio STAT1

KuTtokiveg

To yovidio IL6 (Interleukin 6) TTOu KWAIKOTTOIEI pia KUTOKIVA N OTTOIO EXEI
AEITOUPYIKO POAO OTNV QAEYUOVA Kal TNV wpigavon Twv B Agpu@okuttdpwy,
XPNOIMOTTOINBNKE WG Yyovidlo-0dnydég o€ pia avaluon tou HGCA2. To
TTOPAYOUEVO UTTOBEVTPO avaTITUXONKE £WG TOUG 9 TTPOYOVIKOUG KOUPBOUG, UE 16
yovidia-@UAAa (Eikova 47). H avaAuon Bioloyikrig Algpyaaiag £8eiEe Opoug

OXETIKOUG  HPE  METAVAOTEUCN KAl XNUEIOTALIQ  AEUKOKUTTAPWY KOl
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Aepg@okuTTApwyY, N avaiuon MoplakAg AgIToupyiag TTEPIEIXE TOUG OPOUG
«EvePYOTNTA KUTOKiVNG» (cytokine activity) kal «evepyoTnTa XNMEIOKIVNG»
(chemokine activity) kai Ta BloAoyikad povotrdrnia KEGG £dsi€av etTiong 6po
OXETICOMEVO WE KUuTOKivn. Ta Trapatmmdvw atroteAéouata oupBadifouv UE TIG
YEVIKEG AgiToupyie¢ Tou IL6, 18iaitepa  Soov  agopd TNV XNUEIoTagia
(Weissenbach et al., 2004). EmmirAéov, 1600 n KEGG 600 kai n WikiPathways,
€0€ICaV WG UTTEPEKTTPOOWTINUEVO TO POVOTTATI onuaTtoddétnong Ttou TNFa.
TENOG, APKETO EVOIOPEPOV TTAPOUCIALEl TO YEYOVOS OTI OTA ATTOTEAECUATA, WG
€€ioou eUTTAOUTIONEVO EUPAVIOTNKE KAl TO HOVOTTATI JOAuvong Tou COVID-19

(COVID-19 Adverse Outcome Pathway) (Mivakag 16).

0.1

ENSG00000007908 - SELE
ENSG00000108691 - CCL2

B ﬂr ENSG00000136244 - IL6
ENSG00000138135 - CH25H
ENSG00000158859 - ADAMTS4
ENSG00000159167 - STC1
ENSG00000108700 - CCL8
ENSG00000143333 - RGS16
ENSG00000205502 - C2CD4B
ENSG00000117407 - ARTN
ENSGO00000137558 - PI15
ENSG00000118849 - RARRES1
ENSG00000272087 - AC080013.4
ENSG00000121039 - RDH10
ENSG00000250295 - RDH10-AS1
ENSG00000100336 - APOL4

Eikéva 47 - To utroOévTpo OUVEKPPAONS yia To yovidio IL6
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Enrichment Summary for IL6

Category p-value Term ID Description
GO: Biological 3.4.10%  G0:0050900 leukocyte migration
Process
3.4-10* GO:0072676 lymphocyte migration
1.3:10° GO0:0048247 lymphocyte chemotaxis
1.3:10°% GO:0030595 leukocyte chemotaxis
GO: Molecular 3.2:10° GO0:0005125 cytokine activity
Function
3.2:10° G0:0008009 chemokine activity
KEGG 2.2.10% hsa04668 TNF signaling pathway - Homo sapiens
(human)
2.3:10 hsa04060 Cytokine-cytokine receptor interaction -
Homo sapiens (human)
WikiPathways 9.2-10* WP231_r105836  TNF alpha Signaling Pathway

9.2-10* WP4891_r109962 COVID-19 Adverse Outcome Pathway

livakag 16 - AmmoreAéouara g avaAuong UTTEPEKTTPOOWITNONG yia 1O IL6
Oocppnon

O1 ooppnTikoi utrodoxeic (olfactory receptors) ammoteAoUv olKoyévela
yovIdiwvV TTou gival uTTaiTIa yia TRV aicnon tng 6cepnong (Gaillard et al., 2004).
Xpnoiyotroidnke 1o yovidlo OR1D2 (Olfactory Receptor Family 1 Subfamily D
Member 2) wg eicodo¢ oto HGCA2 kal 1O TApAyOPEVO UTTOBEVTPO
avaTrTuxonke €wg Toug 96 TTpoyovIKoUG KOPPBoug kal Trepicixe 392 yovidia. H
avaAluon Bioloyikwyv Algpyaciwv avedeIte OpOUC OXETIKOUG ME avixveuon
EPEBIOPATWV WG UTTEPEKTTPOCWTTNNEVOUG. Kopugaiog 6pog ATav N «avixveuon
XNMIKOU £PEBICUATOG TTOU EUTTAEKETAI OTNV AICONTIKA avTiAnwn Tng 60@PNONG»
(detection of chemical stimulus involved in sensory perception of smell), o
otroiog Teplypagel Ta 180 ammd 1ta 392 yovidia Tou utrodEvipou. lNa Tov
OUYKEKPINEVO OpOo, UTTAPXOUV OUVOAIKG 387 vyovidia TTou TTEPIYPAPOVTAI
YEVIKWG atrd autdv, Ta 180 atd Tta otroia (46.5%) Ppiokovral oT1o v AOyw
uTTodEéVTpO. AUTO  €XEIC WG artroTeAéopara  va  €xoupe ~35  @QOpEg
UTTEPEKTTPOOWTINGN KABWC Kal éva TTapa TTOAU WIKpd p-value (7.2-107269).
AvtioToixa, n Mopiakr Agitoupyia £0€1EE TOUG OPOUG «EVEPYOTNTA OCPPNTIKWV
uttodoxéwv» (olfactory receptor activity) kai «evepydtnTa uUTTOdOXEWV
ouleuypévwy pe G-rpwreivegy (G protein-coupled receptor activity) kai n
avaAluon KuttapikoU ZuoTaTikoUu €0€ife Ta yovidla va atmoTeAouv PEPOG
MEMBPAvNS. Ta mrapatmmdvw CUP@WYOUV HE TO YEYOVOG OTI OI OOQPENTIKOI

uTTOO0XEIG gival HEAN TNG HEYAANG OIKOYEVEIOG TWV UTTOOOXEWV TTOU OUVOEOVTAI
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pE G-TTPWTEIVEG KAI CUVETTWG Eival QUOIKO VO OUOCYXETICOVTAI PE TNV KUTTAPIKN

MepBpdavn. H avadAluon KEGG Ttrapouoiwg eupavioe tov 0po «Ooc@pnTIKN

Metaywyr otov dvBpwtro» (Olfactory transduction - Homo sapiens (human))

kKai n avaAuon Pfam katétage ta idia 180 yovidla oOTnv OIKOYEVEID TWV

ooepNTIKWY uttodoxéwv. EmmmAéov, n avdAuon WikiPathways ep@avioe

QVOUEVOUEVA WG KOPUPAIOUG OPOUG OXETIKOUG UE UTTOOOXEIG TTOU OUVOEOVTAI

ME G-TTpWTEiVEG.

Enrichment Summary for OR1D2

Category p-value Term ID Description
GO: Biological 7.2:102%°  G0O:0050911 detection of chemical stimulus involved
Process in sensory perception of smell
9.4-10%5 G0:0050907 detection of chemical stimulus involved
in sensory perception
1.2-10-%61  G0O:0007608 sensory perception of smell
GO: Molecular 1.5:10%5 G0:0004984 olfactory receptor activity
Function
9.1-102%  G0:0004930 G protein-coupled receptor activity
GO: Cellular 9.3-10% G0:0016021 integral component of membrane
Component
5.9-10% GO:0031224 intrinsic component of membrane
9.2.10% G0:0005886 plasma membrane
KEGG 5.9:10225 hsa04740 Olfactory transduction - Homo sapiens
(human)
WikiPathways 1.2.10'®  WP455 106426  GPCRs, Class A Rhodopsin-like
3.3-10" WP117_r107421 GPCRs, Other

Pfam 1.2.10278

7tm_4

Olfactory receptor

Mivakag 17 - AmoreAéouara ¢ avaAuong utrepekmpoowtnong yia 1o OR1D2

Ytrodoyxeig COVID-19

‘Exel BpeBei 611 0 16¢ COVID-19 mmpooBdAel Tov avBpwITivo opyavioud

pMéow Tou uttodoxéa ACE2 oe ouvduaoud pe tov TMPRSS2 (Mollica et al.,

2020).

To yovidlo TMPRSS2

(Transmembrane Serine Protease 2),

XpPNoIhoTToINdnke wg yovidlo-odnydég oe pia avaluon tou HGCA2. To

TTOPAYOUEVO UTTOOEVTPO avaTITUXONKE £wG TOUG 6 TTPOYOVIKOUG KOUBOUG Kal

mepigixe 37 yovidia-@UAa (Eikéva 48). H avahuon Biohoyikng Algpyaaiag

aveDEIEE OPOUC OXETIKA ME ETTIBNAIOKA KUTTOPA KAl GUVOEDH METAEU KUTTAPWY,

TpAypa TTou oupBadifel pe 1o yeyovog o1 o COVID-19 trpocdévetal o€

emBONAloka KUTTOpa. O avaAuoelig Kuttapikou ZuoTaTikou Kal BIoAoyiKwy

povotratiwv KEGG, £€0eifav eTTiong OpouG OXETIKOUG ME OUVOECH METALU
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KUTTapwv. Ooov agopd TIG avaAuoelig Metaypagikwy MNapayoviwy, n Encode

€0€I1CE AVAPECO OTOUG TPEIG KOPUPAIOUG TTAPAYOVTEG, dUO OXETIKOUG HE TNV

olkoyévelia dakTUAwY Wweudapyupou aAAd kai Tov TTapayovia ESR1 (Estrogen

Receptor 1). H avdAuon ReMap avakadAuwe 611 o ESR1 otoxeuel Ta 36 atd ta

37 yovidla Tou UTTOdEVTPOU OuVEKPpaong. H utrapén Tou ESR1 wg oToxeuov

TTapAayovTag o€ yovidla ouvekppalopeva ue To TMPRSS2 ptropei va €gnyei 1o

yeyovog o1t o COVID-19 eival Aiyotepo Bavatnedépog oe dropa BnAukou atrd

OTI apoevikou yévoug (Jin et al., 2020).

Enrichment Summary for TMPRSS2

Category p-value Term ID Description
GO: Biological 1.7-104  GO:0007043 cell-cell junction assembly
Process
3.2:104 GO0:0030855 epithelial cell differentiation
3.2:10* GO0:0045216 cell-cell junction organization
9.6-10* G0:0060429 epithelium development
GO: Cellular 1.4:-10° GO:0043296 apical junction complex
Component
1.4-10° GO:0005911 cell-cell junction
KEGG 1.5:104 hsa04514 Cell adhesion molecules (CAMs) -
Homo sapiens (human)
1.5:10°% hsa04530 Tight junction - Homo sapiens (human)
Encode 8.9-10° ZNF217 zinc finger protein 217
4.2:10* ESR1 estrogen receptor 1
4.3-10° ZBTB7A zinc finger and BTB domain containing

7A

lMivakag¢ 18 - AmoreAéouara ¢ avaAuong ummepekmpoowtnong yia ro TMPRSS2
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0.

[N

ENSG00000005001 - PRSS22
ENSG00000052344 - PRSS8
ENSG00000253313 - C1orf210
ENSG00000083307 - GRHL2
ENSG00000104413 - ESRP1
ENSG00000132698 - RAB25
ENSG00000184363 - PKP3
ENSG00000189143 - CLDN4
ENSG00000125850 - OVOL2
ENSG00000257084 - MIR200CHG
ENSG00000261437 - AC108860.2
ENSG00000261183 - SPINT1-AS1
ENSG00000272141 - AL390719.2
ENSG00000130701 - RBBP8NL
I ENSG00000135373 - EHF
ENSG00000167741 - GGT6
ENSG00000103067 - ESRP2
ENSG00000142273 - CBLC
ENSG00000115884 - SDC1
ENSG00000111319 - SCNN1A
ENSG00000157992 - KRTCAP3
ENSG00000039068 - CDH1
ENSG00000260459 - FTLP14
ENSG00000130545 - CRB3
ENSG00000275234 - AC010503.5
ENSG00000126460 - PRRG2
ENSG00000147676 - MAL2
ENSG00000180921 - FAM83H
ENSG00000203499 - IQANK1
» ENSG00000204175 - GPRIN2
ENSG00000140832 - MARVELD3
ENSG00000165105 - RASEF
_l: ENSG00000167183 - PRR15L
ENSG00000184012 - TMPRSS2
ENSG00000267259 - ERVE-1
ENSG00000169435 - RASSF6
ENSG00000248663 - LINC00992

)

=

j

Mimili

Eikéva 48 - To umodévipo ouvékppaong yia 1o yovidio TMPRSS2
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HGCA1.5
KuTtokiveg

H IFNG (Interferon y) €ival pia KuTokivn 1TOU £X€I ONUAVTIKO POAO TNV
QUOIKN aAAG Kal oTnV €TTIKTNTN avoaia, evavTia o€ dIAQopPEeS HOAUVOEIS (UIIKEG,
Baktnpiokég). To IFNG xpnoipotroimnke wg gicodog oto HGCA1.5 kai 10
TTOPAYOUEVO UTTOOEVTPO TTEPIEIXE AAAQ YyOVidIa KUTOKIVWYV, KOBWG Kal TTOANEG
vrepAeukiveg (Eikdva 49). Mpdyuar, ol avoAuoeig Bioloyikig Alepyaaiag,
Mopiaknig Acitoupyiag kar BioAoyikwv povotratiwvy KEGG €0siEav dpoug
OUOXETICOMEVOUG ME KUTOKIVEG WG UTTEpekTTpoowTnuévoug (Mivakag 19).
MapdAAnAa, ol avaAuoelg aoBeveiwv 1600 amdé OMIM 6oo kal atmd DisGeNet,
atmmokGAugav ox€on TwV Yovidiwv TOou UTTOOEVTPOU ME TNV aoBévela Tng
Quuatiwong, KAt apketd evdiagépov KaBwg €xel atmmodeixbei 011 o IFNG
BeATiWvEl TNV avTidpaon TwV PAKPOPAYWV €vAVTIO OTNV €V AOyw aoBEvela
(Khan et al., 2016).

0.1

“ ENSG00000049249 - TNFRSF9
ENSG00000056558 - TRAF1
ENSG00000134460 - IL2RA
ENSG00000163599 - CTLA4
ENSG00000226979 - LTA
ENSG00000186827 - TNFRSF4
ENSG00000280721 - LINC01943
— _| ENSG00000089692 - LAG3
ENSG00000111537 - IFNG
ENSG00000050730 - TNIP3
ENSG00000108702 - CCLA1
| ENSG00000127318 - IL22
ENSG00000164400 - CSF2
ENSG00000111536 - IL26

ENSG00000114737 - CISH
ENSG00000185338 - SOCS1

Eikéva 49 - To umodévrpo ouvékppaong yia 1o yovidio IFNG armé o epyalsio HGCA1.5
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Enrichment Summary for IFNG

Category p-value Term ID Description
GO: Biological 2.8-10""  G0:0019221 cytokine-mediated signaling pathway
Process
1.0-10° GO:0071345 cellular response to cytokine stimulus
1.7-10° GO:0034097 response to cytokine
GO: Molecular 5.7-107 GO0:0005125 cytokine activity
Function
7.3-107 G0O:0005126 cytokine receptor binding
KEGG 2.9:10° hsa04060 Cytokine-cytokine receptor interaction -
Homo sapiens (human)
WikiPathways 2.1-10"" WP4880_r109979 Host-pathogen interaction of human
corona viruses - Interferon induction
3.4-10% WP4868 r109974 Type | Interferon Induction and Signaling
During SARS-CoV-2 Infection
OMIM 9.2:10° #607948 MYCOBACTERIUM TUBERCULOSIS,
SUSCEPTIBILITY
TOMYCOBACTERIUM
TUBERCULOSIS, PROTECTION
AGAINST, INCLUDED
DisGeNet 2.4.10"% C1609538 Latent Tuberculosis

lMivakag 19 - AmoreAéouara g avaAuong ummepekmpoownong yia 1o IFNG arrd 1o epyaigio

HGCA1.5
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2uinTnon

ACT

To ACT TautoTrolei ouvek@palopeva yovidla pe Eva yovidlo ETTIAEYUEVO
armdé Tov Xpnotn. H €¢oddg Tou eival €va QEVIPO TOU OTIOIOU TA QUAAQ
arroteAouvtal atrd TO Yovidlo €TTIAOYNG Kal yovidla HE TTAPOPOIO TTPOMIA
€KQPaONG, YEYOVOG TTOU UTTOBETEI CUPMETOXN] TOUG OE TTAPOUOIEG BIOAOYIKEG
dlepyaoieg kal BioAoyikd povotraria. Mg autdv Tov TPOTTO TAUTOTTOIOUVTAI
duvNTIKOi  AEITOUPYIKOi OuvePYATEG TOUu Yovidiou evdlo@EépovTog. ETriong,
MTTOPOUME VO CUPTTEPAVOUUE TA XAPAKTNPIOTIKA €VOG YoVIdiou HPE AyvwoTn
AeiToupyia, MEAETWVTAG TA UTTOAOITTA Yyovidla TOU UTTOOEVTPOU Kal TOUG
OTATIOTIKA ONUAVTIKOUG UTTEPEKTTPOOWTTNHEVOUG 6poug. Or avaAluoelg Tou ACT
eTaAnBevovtal amd Tapadeiyyarta Ta OTToia  avatrapdyouv non yVwoTh
BioAoyia. MNa TTapdadeiyua, 6ocov agopd To CUUTTAEYHA TOU PIBOCWHATOCS, OAEG
ol TTpwrTeiveg TToU atrapTifouv éva PIBOCWUIKG CUPTTAEYUA, QVAPEVOUUE va
ekppacdovtal katd Tnv OIdpkela NG Piloyéveong Tou pifoocwpatog. ‘ETol,
XPNOIUOTTOIWVTAG Hia pIBOCWUIKN TTPWTEIVN WG Yovidio-0dnyo, éva aUvoAo atro
134 yovidia KwJIKOTTOIOUVTa  yia OOMIKA OUucoTaTIKG TOu PIBOCWHATOS
avaKkaAu@Onkav opadotroinuéva o€ éva Kolvo uttodévrpo. Etriong, Ta yovidia
o010 XAwpotTAaoTikd DNA avauévovTal va gival opadoTroinuéva o€ Jia avaAuon
OUVEKQPOONG, KABWG UTTAPXOUV I0TOI TTOU OEV TTEPIEXOUV XAWPOTTAAOTEG,
OTTWG TT.X. PICEG, KAl UTTAPXOUV Ol TTPACIVOI IOTOI TTOU TTEPIEXOUV, OTTWG TT.X. TA
QUANa. H uméBeon autr emaAnBeubnke amd 10 ACT, KaBwg OAa Ta
¥AwpoTrAaoTiké yovidia BpéBnkav opadotroinuéva o€ éva Koivo kKAGdo. TEAoG,
MEAETWVTOG WG yovidlo-odnyd 1o CTL2 Tou otroiou mOavog pdAog cival n
BiooUvBeon TOU KUTTAPIKOU TOIXWHATOG, BPEBNKE OPOABOTTOINKEVO PE TTPWTEIVEG
TTOU EPTTAEKOVTAI OTN OUVOEDT KUTTAPIVNG KOl YEVIKA PE Yovidla OCUOXETI(OUEVA
ME TN BIOYEVEDN TOU KUTTAPIKOU TOIXWHMATOG, Kal TTap&dAANAa avakaAu@ponke o
VND7 wg Bacikdg peTaypa@Ikos TTapayovTag TTou pubpilel Ta ouvek@paloueva
yovidia, éva eupnua 10 oTToio €ixe NON emPBeRaiwBei reipapatikd (Yamaguchi
et al., 2011).
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2UYKpIon SUVATOTATWY AVTAYWVIOTIKWY gpyaAciwv pe To ACT

YTTapxXouVv apKeTA epyaleia yoviBIOKAG OCUVEKPPAONG yia To Arabidopsis
thaliana, 6Ttwg: ATTED-II (Obayashi et al., 2018), EXPath (Chien et al., 2015),
Genemania (Zuberi et al., 2013), Genevestigator (Hruz et al., 2008), SeedNet
(Bassel et al., 2011), FlowerNet (Pearce et al., 2015) ka1 GEM2Net (Zaag et
al., 2015).

XpnoigotroOnkav véeg TTpooeyyioelg mou diaxwpi¢ouv 1o ACT artro
AAa epyaAeia ouveEkppaong yia To Arabidopsis thaliana. H Tralaid ékdoon Tou
ACT, Atav Baociopévn apxika oe 322 deiypata (Jen et al., 2006) Ta oTroia otnv
mopeia augndnkav oe Ttrepittou 1400. H ékdoon TTOU TTEPIYPAPETAI OTNV
TTapouca epyacia, Baciletal oe 3500 deiypata, Ta oTroia £mMAEXONKavV aTTd
19887 apxika dciypara, HeTA aTTd KTEVR EAEYXO TTOIOTATAG KaI BIOAOYI) TWV TTIO
QVTITTIPOCWTTEUTIKWYV OEIYUATWYV Yyia KABe diabéoipo 1016. To ACT, BaoileTtal o€
oedopéva aTTO MIa OUYKEKPIMEVN TTAATQOPUA PIKPOOUOTOIXIWY, €V GAAQ
epyaAcia 6tmwg 1o ATTED-II kai To EXPath, xpnoigotroiouv dedouéva 1600 atmod
MIKpoouaTolxieg 600 kal armd RNA-Seq, TTou Opwg TTaPOUCIAlouV PEYAAEG
dI1apOPEG OTOV UTTOAOYIOUO TNG CUCXETIONG METAEU TwV OUO TUTTWYV DEDOUEVWV.
EmmAéov, 10 TTaAIO ACT xpnoiuotroinoe Tov MAS5.0 yia etregepyaaia Kai
KavovikoTtroifjon Twv dedopévwy. Ouwg, Aiyo kaipd peTd Tn dnuioupyia Tou
moAlou ACT, n idla n Affymetrix avakoivwoe 611 o MAS5.0 TrpoTteiveTal va
XPNOIMOTTOIEITAI KUPIWG YIO VA TTAPaXOEi hia apxIkr ava@opd OXETIKA PE TNV
TTOIOTNTA TWV PIKPOCUCTOIXIWYV Kal VIO va TauToTToINBouV gugavr) TTpoBAAuaTa,
TTapd wg Kupla pEBodo kavovikotroinong (Affymetrix, 2018; Dziuda, 2010). Qg
eVAAaKTIKEG uEBGOOUG, TTpdTEIVAV TOoUug aAyopiBuoug PLIER rp RMA. Mpdyuari,
TA TTEPICCOTEPA EPYAAEIQ CUVEKPPAONG XPNOIKMOTTOIOUV TOV aAyopiOuo RMA o
OTTOIOG UTTOBETEI OTI N KATAVOWUN TWV TIMWYV EVTACONG TWV AVIXVEUTWY €ival KOIVH
METAEU OAwv Twv OelyudTwy (KAVOVIKOTTOINGN TTOC00TIHOpiwY). AUTH n
utmtéBeon  kKabioTd TOug  aAyopiBuoug  KavovikoToinong  TTOAAQTTAWV
MIKPOOUGTOIXIWV aKATAAANAOUG yia pia avaAuon ouvék@paong, KaBwg o€
QUTAV TNV TTEPITITWON CUYKEVTPWVOUNE OeiypaTa atrd dlIa@opeTIKOUG I0TOUG 1
epeUVNTIKEC opdGdec. H mrapamdvw Trapathpnon UTTopEl va e€nyei yiati ol
aAyopIBuol KavoviKoTroinong TTOAAATTAWY PIKPOOUGTOIXIWV €1I0AYOUV UEYAAO

apIOuO WPeudwv OUOXETIOEWV Kal yiati OedopEVA KAVOVIKOTTOINUEVA aTTo

133



aAyopiBuOUG KAVOVIKOTTOINONG EEXWPIOTWY PIKPOOUOTOIXIWY, OTTWG 0 MASS.0,
TIPOCPEPOUV KOAUTEPN BACN yia dnuioupyia dIKTUWV aAANAETTIOpaoNG PETALU
mpwrteivwy (Lim et al., 2007). ZTnv TEPITITWON MOAG, XPNOIUOTTOINONKE O
KaIvotopog aAyopiBuog SCAN o oTT0iog ava@épape OTI KAVOVIKOTTOIEI KABE

Ociyua ¢EXwPIOTA ATro Ta UTTOAOITTA.

Ooov agopd 1a apxeia CDF, 1o TTaAid ACT OTTwg Kal apkeTd ouyxpova
EPYOAEia oUVEKPPAONG, XPNOIMOTTOINCAV TO TTPOTEIVOUEVO aTTd TNV Affymetrix
CDF, woTe va avtioToixioouv 1a oUvoAa avixveutwyv Tou ATH1 pe 1a yovidia.
To default CDF dnpioupyriBnke 1o 2002 kai Tepiéxel 22810 auvoAa avixveuTwy,
€K TWV OTTOIWV 64 gival ouvoAa eAéyxou. ATTO Ta uTTOAOITTa 22746 GUVOAQ, TO
5.47% oev avTioToixei o€ KATOI0 Yyovidlo kal To 3.82% aQvTIOTOIXEI O€
TTEPICTOTEPA TOUG EVOG YovIdiou. ETTITTAéOV, 0 GUVOAIKOG apiBudS yovidiwy TTou
xaptoypagouvtal atrd 1o default CDF cival 22168, Ta 118 a1d Ta oTroia €ival
TTapwxnuéva. To KGBe epyaleio xpnolIUoTToIEl £Evav dIaPOPETIKO TPOTTO YIa va
eCao@alioel TNV €va-TTpoG-éva CUOXETION METAEU yovIdiwv Kal CUVOAWV
avixveutwv. To ATTED-II etTéAe€e €va povadikdO oUVOAO aVvIXVEUTWV aATTO TO
default CDF yia kd&Be yovidio kar to EXPath dev ocuptrepiéAaBe kapia
dipopouuevn xaptoypaenaon. AvTIBETwg, To auyxpovo ACT XpnOIPOTTOIEI TO
emkaipotroinuévo CDF atrd tnv Brainarray, 1o otroio o€ avtibeon pe 1o default
CDF 1ng Affymetrix, egao@aAiCel 0TI KABE GUVOAO QVIXVEUTWYV QVTIOTOIXEI O€ éva
OKPIBWG YoVvidlo Kal TO avTiBETO, PTAVOVTAG O€ £va TEAIKO oUVOAO 21287 un-
TTapwxnuévwy yovidiwv. EtiTAéov, To Brainarray CDF evnuepwveTal €Tnoiwg,
opidovTag Ta OUVOAQ QVIXVEUTWY avAAOya HE TIG TPEXOUOEG YOVIOIOKES KAl

METOYPAPWHIKES YVWOEIC.

MNa Tov uttoAoyioud Twv avd Celyn ATTOOTACEWY PETALU OEIYMATWY N
yovidiwv, XpnoIuoTToINONKE O TUTTOG JETATPOTING TWV CUVTEAECTWYV CUOXETIONG
Pearson oe¢ amoéotacn, d = 17 — r. Tla TNV KOTOOKEUR Tou OEVTPOU,
xpnoigotoiNdnke o aAyopiBpog UPGMA. H avamapdotacn  Twv
OUVEKQPAOPEVWY OIKTUWV yovidiwv oe OEvTpo, AauBdvel utr own OAeg TIG
BioAoyikég TTANpogopieg SI0BE0INEG YEOW TOU TTiVOKA OATTOOTACEWV Kal Ogv
BaoiceTal o€ AdN amo@aciouéves aubaipeTeg oudoug yia Ta r-value i Ta p-value,
OTTWG YIVETAI OTNV TTEPITITWON KATAOKEUNG BIKTUWYV YovIdiwv PE ypdgpoug. To

ACT ©o&ivel Tn duvardétnta oTov xpnotn va Bpel v BEATIOTR  AioTa
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OUVEKQPOTUEVWY YOVIBIWY, NECW TNG AUEOUEIWONG TOU PEYEBOUG TWV QUAAWY
TOU OEVTPOU KOl 0T CUVEXEIA BAETTOVTOG KAl KPIVOVTAG ATTO TNV TOTTOAOYId Twv

yoVvIQiwv aTO OEVTPO KAl TIG TIMEG p-value TwV EUTTAOUTIOHEVWYV OPWV.

To ACT d1008€Te1 pia atTAr Kal cupTtTayr oxedioon, AaupavovTag utr oyn
TIC AvAYKEG TwV HOPIOKWY BIOAGYywv TTOU €ival Kal oI KUPIOlI XPHOTEG TOU
epyaAeiou. O1 €¢odol TTOU TTAPAyovTal €ival O€ dia karavontr HoOp®R ME
BloAoyikd evOIOQEPOV KAl ATTOQPEUYETAI O KATAIYIOPOG TTANPOQOPIWYV TTOU
XapakTnpiel TTOAAG avtaywvioTIKA epyaAeia. Or1 TIMEG UTTEPEKTTPOOWITTNONG
TTapouciddovTal Pe pia Kolvwg KatavonTh popgortroinon kal FDR adj p-values
> 0.05 TTrapaAciTrovial WOTE va atmmo@euxBei n TTapouciaon PN-OTATIOTIKWG
oNUavTiKwy Opwv. O1 TTIVAKEG EUTTAOUTIOUOU OpwV TTAPAYOVTal PE EUKOAIQ,
TTPOCQPEPOUV UEYAAN TTOIKIAIO OpwVv, KOBWGS KAl CUVOECUOUG OTNV QVTiOTOIXN

€CWTEPIKA BAoN atTd TNV OTToIa TTPONRABQV.

Ta TEPICTOTEPA EPYAAEIQ TTPAYUOATOTIOIOUV QVAAUGCH EUTTAOUTIONOU
OvTtoAoyiag MNovidiwv. MepIka epyalcia TTPOOPEPOUV ETTITTAEOV ETTIAOYEG, OTTWG
avaAuon BioAoyikwyv povoTtratiwv (EXPath, ATTED-II) i ebpeon peTaypa@ikwy
otoixeiwv (ATTED-II). Opwg, eviy To ATTED-II avakaAuTrTel autd T puBPIOTIKG
OTOIXEIO XWPIG VO BPIOKEI TOUG PETAYPAPIKOUG TTAPAYOVTEG TTOU TTPOCOEVOVTAI
TAavw o€ autd Ta poTiBa, To ACT XpnoIUOTTOIEl TTEIPAPATIKA €TTAANBEUNEVa
Oedopéva PETAYPAPIKWY TTAPAYOVTWY KAl TwWV YOVIOiWV OTOXWV TOug, udia
Kpiolun TTANPOQ@OpIia TTOU  ATTOKOAUTITEI TOUG TTIBavoUg HPETAYPAPIKOUG

TTAPAYOVTEG TTOU KABodnyouv Tnv ocuppubuion yovidiwy.

Ta epyakeia SeedNet kai GEM2Net diagpépouv oTnV TTPOCEYYIOH TOUG
atmd 170 ACT, KaBwg KATnyopIoTrolouv Ta yovidia pe BAcn TNV €KQPACT) TOUG,
1600 BeTIKI) 600 Kal apvnTIKA, KAtd TNV BAGCOTNON TOU OTTEPUATOC H KATW aTTo
BloTikO/aBIoTIKO OTpeg, avTioToixa. Eviy 10 SeedNet 1Tpooc@Epel pia ekTevi
aTtreIkOvIon €vOG OIKTUOU OUuVEKPPaOoNG, Aaufdavovrag ut oyn TOCO Ta
OUVEKQPOOUEVA OCO KAl TA ApVNTIKWG CUOXETIOPEVA yovidla, Oev TTPOCPEPEI
Kapia emAoyy avdAuong eutrAouTiopou. EmmimTrAéov, uttdpyxouv AdGn otnv
avTioToixIon 2ZupBoAou yovidiou kalr kwdikou AGI. To GEM2Net eivai
OUYKEKPIMEVO OTNV  avAAUCH TOou, TIPOOQPEPOVTAG TTOAAEG  OIQPOPETIKES

UTTOKOTNYOPIEC KATOOTACEWV PBIOTIKOU Kal apIOTIKOU OTpES, OTTOU KABe pia
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BaoisTal o€ TTEPIOPIOUEVO OPIBUO OEIYUATWYV TTOU TIG TTEPICOOTEPEG POPES OEV
¢etrepvael Ta 100, treplopiCovTag TNV CUVETTEID TwV avaAUCewv. T€Aog, Ta
armmoTeAéopaTa  TwV AVOAUCEWV  EUTTAOUTIONOU  TTapouadialovral  Pe  dia
TTEPITTAOKN HOPQPOTIOINON VIO TOV XPNOTN KOl PE EIBIKEUPEVOUG OPOUG TTOU
avagépovtal o OIAPOPEG KATNYOPIEG OTPEG, QVTI VA UTTAPXEl €vag KOIVOG

YEVIKOG TTIVOKAG ATTOTEAEOUATWV.

AvTIBETWG, TO ACT peAeTagl TO TTPOPIA TNG YOVIBIOKNG CUVEKPPOONG OTO
ouvoAo Twv 1I0TWv. MapoAa autd, pia avdAluon ACT, xpnoiyoTroiwvTag éva
1I0TOEI0IKS YoVidlo wg 0dnyod, To AMS 1ToU EKQPACETAI OTOUG AVORPEG, TTAPRyayE

OUYKPIOoIUa atroTeAéoPaTa YE Mia avTtioToixn avAaAuon ammd To €PYaAEio
FlowerNet (Eikéva 50, Mivakag 20), éva epyaAeio ouvék@paons BacioPévo o€

dciypara atmod aven Tou Arabidopsis, yeyovog 1rou deixvel 0TI To ACT eival e¢ioou
KOAO OTO va €VTOTTICEI OXI HOVO yoVvidla JE YEVIKEUPEVN EKPPAOT O OAOUG TOUG

I0TOUG, OAAG Kal yovidia TTou TTapoucIAdouV I0TOEIBIKN EKppaon.

AT2G16910 AMS

ABORTED MICROSPORES (AMS). FUNCTIONS IN: DNA binding. sequence-specific DNA binding transcription factor activity: INVOLVED IN: tapetal layer development, regulation of
transcription, pollen development; LOCATED IN- nucleus; EXPRESSED IN: petal, leaf whorl, sepal, flower, seed: EXPRESSED DURING: 4 anthesis, petal differentiation and
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Eikéva 50 — AmroreAéouara tou FlowerNet yia To AMS, 10 omoio kareray6n oo cluster 2061.
FlowerNet GO Analysis
GO:ID Term Annotated p-value
G0:0048658 anther wall tapetum development 6 0.00063
G0:0019722 calcium-mediated signaling 53 0.00556
G0:0019932 second-messenger-mediated signaling 69 0.00724
G0:0048653 anther development 77 0.00808
cell-cell signaling
G0:0007267 89 0.00933

lMivakag 20 - AvdAuon eummAoutiopou 6pwv OvroAoyiag MNovidiwy tou FlowerNet yia To AMS
(cluster 2061)
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2UYKPIOT ATTOTEAEOUATWYV AVTAYWVICTIKWYV gpyaAeiwv pe To ACT

To yovidlo emb1692 1T0U €x€1 OXEON WE TV AVATITUEN TOU EUBPUOU KATI
Tou emBePaiwdOnke kal ammd Tnv availuon tou ACT, xpnoigotroinbnke wg
€i0000G o€ AAAa epyaleia ouveEKQPaong yia To Arabidopsis. ZTnv apxIkn Aiota
Twv 50 cuvekPpalduevwy yovidiwv TTou TTapayel To ATTED-II, trepiExovTtal kai
KATTola yovidla TTou, atro TNV TTEPIYPAPK) TOUG, ETTIONG AVIIKOUV OTNV OIKOYEVEIQ
PPR, 611wg cixe evrotrioel kai 1o ACT. Mépa ammd 1o emb1692, otn AioTa TOU
ATTED-II utripxav 4 akéun embryo defective yovidia o€ pakpivl 8éon atmod 1o
yovidio-odnyd. To ACT trepigixe 5 embryo defective yovidia kal pepikd atrd
auTd BpiokovTal o€ KOVTIVOUG KAAdoug pe To emb1692. H Aiota Twv 50 yovidiwyv
Tou ATTED-II kai ekeivn Tou ACT, xpnoigotroiénkav wg €icodog o€ avaAUoEIg
TTPWTEIVIKWY aAAnAemdpdoewy Tou STRING. Av kai oTiG dU0 TTEPITITWOEIG

€XOUME OPKETA yovidia, Ta oTToia gV TTAPOUCIACOuUV KATTola OX£0T), TO OIKTUO

Tou ACT (Eikéva 51) €xel TTEpIoCOTEPEG CUOXETIOEIG Ao ekeivo Tou ATTED-II

(Eikova 52), yeyovdg TTou anuaivel 6T repioodtepa yovidia otn Aiota Tou ACT
ouvoéovTal Asitoupylkd. EQw diagaivetal yiati n Xprion Tou @QUAOYEVETIKOU
0évTpou TTou AapBAavel Ut OWn OAEG TIC CUCXETIOEIG TWV YoVIdiwV YETAEU TOUG
Kal 6x1 N xprion tg Aiotag Tou AauBavel utr dyn TIC CUOXETIOEIG EVOG YOVIDiou-
odnyou Je Ta UTTOAOITTA, PNTTOPEI TEAIKG va ocuvBEael KaAUTEPA yovIdIakd dikTua.
EmiTA€oV, ekTEAWVTAG TTEPETAIPW AVAAUCH EUTTAOUTIONOU YIa TIC dUO AIOTEG
Méow Tou g:Profiler, BpéBnke kal 0TI BUO KOPUPQAIOG EUTTAOUTIONEVOS O OPOG
«tpotrotroinon RNA» (RNA modification), pe tn Aiota Tou ATTED-II va éxel
TTOAU XaunAo p-value (~104°) ge oxéon pe 10 ACT (~1079), doov agopd Tnv
avaAluon Biohoyikn¢ Aiepyaciag. Auti n mapartipnon oupfadilel pe Tnv
oUYKPIOT TwV BUO BIAPOPETIKWYV AEITOUPYIWY TOU apxikou epyaieiou HGCA1.0,
OTO OTIOI0 TTPOEKUWE TO CUMTTEPACHA OTI N AEITOUPYIA KATOOKEUNG OEVTPOU
OUVEKQPOONG AVTITTPOOWTTEUEI KAAUTEPA yovidla pe peydAa r-values (>0.6),
EVW N Aeiroupyia TTapaywyng ANioTag OUVEKQPOOUEVWY YOVIBIWV TTPOOPEPEI
KOAUTEPA aTTOTEAéOPATA  YIa  yovidla TToU  €Xouv  XaunAoTtepa r-values
(https://www.michalopoulos.net/hgca1.0/FAQ.php). H Aiota Tou ACT avédeite
otnv Katnyopia KuttapikoU ZuoTatikoU Tov XAWPEOTIAAOTn WG KOPUu@aio
opyavidio (p-value ~10-"°), kat 1Tou oto ATTED-II €ixe p-value Tng TGENG Tou

10-%, ka1 otnv Mopiakr] Acsitoupyia €dcie Tov 6po RNA methyltransferase
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activity Tou TaIpIddel Pe TOUG yVWOTOUG POAOUG TOU yovidiou, evw n AioTa Tou
ATTED-Il €dci1e Kupiwg OPOUG OXETIKOUG WE TTPOCOECN O€ 16VTIa PBapéwv
METAAAWV.
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Eikéva 51 — Aiktuo STRING pe Baon ta ouvekppaddusva yovidia ue 1o emb1692 rou ACT
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Eikéva 52 — Aiktuo STRING e Baon ta ouvekppaloueva yovidia ue 1o emb1692 rou ATTED-II

Eicdyovtag 10 yovidio emb1692 oto Genemania kai diaAéyovtag Tnv
€AoYy yia dnuioupyia dikTuou pe 50 yovidia, Ta yovidla TToU TTPOKUTITOUV
dlaxwpifovTal oe dUO UTTOdIKTUO PE TO emb1692 va atroTeAei TOV KEVTPIKO
KOUBO ouvdeong peTagu Toug (Eikdva 53). To éva dikTuo BacifeTal KUPiWG oTnV
OUVEKPPOON €VW TO GAAO TO OTTOIO gival TTEPICTOTEPO TTUKVO, BacileTal OTIG
KOIVEG OOMIKEGC KOl  AEITOUPYIKEG  TTEPIOXEG TWV  TTPWTEIVWY  TOUG.
XpnolgoTtrolwvTtag autriiv TNV Aiota wg €icodo oto STRING, trapdyetal éva
QiKTUO TTOU TTAPOUCIAlEl hia oxéon PETAEU €TTTA Yovidiwv (Eikova 54), aAAG dev
gival Téoo TTUkvo 6oo To avtioToixo Tou ACT (Eikéva 51). H avdAuon péow Tou
g:Profiler, dev avakGAuWe KATTOIOV OTATIOTIKWG ONUAVTIKO EUTTAOUTIOUEVO OPO
oTn Aiota Tou Genemania, o€ avTiBeon e TNV avaAuon oTnv AioTa TTapayouevn
atré 10 ACT, O1Twg €idaue TTapatmdavw.
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Eikéva 54 — To diktuo STRING pe tn Aiota rou Genemania yia o emb1692

To epyalcio SeedNet dev TTepIgixe TO yovidlio emb1692, aAAG XpNOIMOTTOIVTAG
éva yeiroviké yovidlo oto uttodévipo Tou ACT, to OTP81 (AT2G29760) T0
OTT0i0 avrKel 0TNV oikoyévela PPR Tng otroiag Ta pEAN EKTEAOUV TPOTTOTTOINOEIG
Tou RNA oT1oug xAwpotrAdoteg (Hammani et al.,, 2009), eppaviotnkav 20
YEITOVIKG yovidia oto Oiktuo Tou SeedNet, 6tmmou kavéva dev avAke OTnv
olkoyévela PPR. H avdAuon Tng ouykekpiuyévng Aiotag, péow g:Profiler,
EMPAVIOE OTATIOTIKWSG ONUAVTIKOUG Opoug pévo oTnv Katnyopia KuTttapikou
2UOTaTIKOU, Ol OTTOI0lI ATAV OXETIKOI UE XAWPOTTAACTEG KAl O KOPUPAIOG EiXE p-

value ~10.

To FlowerNet dev katétage 1o emb1692 o€ katolo cluster, evw To GEM2Net
KaTétage 10 v AOyw yovidlo o€ 4 dIaQOopPETIKEG ouddeg, 3 apioTikég (AlwTo,
AAGTI Kol Ogppokpaacia) Kai pia BioTikn (Biotpogika Baktripia) (Mivakag 21). H
opdda Tng Beppokpaciag (cluster 32) av kal ammoteAsital amdé ~700 yovidia,
TTapoucsiace TIG TNO XAMNAEG TIYEG p-value OTnNV €0WTEPIKN avaAuon
eutrAouTiIopoU Tou GEM2Net, pe kopu@aioug €uTTAOUTIOUEVOUC OPOUG OTTWG

«AvaTtrtuélokn Algpyacia» kal «deTaBoAiopos RNA kai DNA» o1 oTroiol
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ATTOTEAOUV TTOAU TTIO YEVIKEUNEVOUG OPOUG TWV EUTTAOUTIOPEVWY Opwv Tou ACT

“‘embryo development” kai “RNA modification”, avTtioToixa.

Stress categories with MAP classification rule

Abiotic Stress Biotic Stress
Gene Name NITROGEN SALT TEMPERATURE  BIOTROPHIC
BACTERIA
Total per Stress 1 1 1 1
AT5G62990 cluster_48 cluster_20 cluster_32 cluster_51

livakag 21 — O1 katnyopies Kai o1 ouddes mou Karéraée o GEM2Net 1o yovidio emb1692

TéNog 10 Genevestigator, oe pia avdAuon BeTIKAG OUVEKPPAONSG yia TO
emb1692, ye Tnv emAoyr TTapaywyns Aiotag pe 50 ouvek@paloueva yovidia,
evw Treplgixe yovidla PPR, dev avakadAuye kavéva embryo defective yovidio
péoa oe autl. H avdAuon STRING £€06cige €va OikTuo peE  €AAXIOTN
aAAnAemidpaon (Eikéva 55). H eowTtepiky avadAuon €PTTAOUTIONOU OpwVv
OvtoAoyiag Tovidiwv Tou Genevestigator, €6€i1Ee TO Opo «PIPOCWHA» WG

KOpU®aio, Xwpig 1Id1aitepa XaunAd p-value.
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Eikéva 55 - To diktuo STRING ue 1n Aiota tou Genevestigator yia To emb1692
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H ouykpion Twv didgopwyv gpyaAeiwv dcixvel 0TI Ta atroteAéopaTta Tou ACT,
TOUAQYXIOTOV OO0V a@opd To yovidlo emb1692 Tou otroiou POAIG TTPOCPATA O
poAog dpxioe va dilacagnviletal (Daras et al., 2019), uttepTEPOUV OE OXEON UE
Ta GAAa epyaleia. Ooov a@opd 1o ATTED-II TTou atroTeAei Baciko avTaywvioTh)
oTov TOpEd  YOVIOIOKNG OUVEKQpaong oTo Arabidopsis thaliana, T1a
ATTOTEAEOUATA  OUVEKPPOONG €ival ouykpiolya pe Tou ACT TO oOTIOIO
TTAPOUCIACEl HEYAAUTEPN ETTITUXIO OTNV EUPECT AEITOUPYIKWY CUVEPYATWYV HECW
TOU TTAPAYOUEVOU UTTOOEVTPOU CUVEKPPAONG, AOYwW TOU OTI TTApAyEl OEVTPA aVTi

yla AioTeG.
HGCA2

To epyaleio HGCA2 diaBétel OAa Ta BeTIKG oToIxEia TOU oXedIAOUOU Kal
Twv duvatoTATwyv avaAuong tou ACT, pe Tn pévn diagopd 6T n avaAuon
OUVEKQPOONG TTPayMaTOTToINONKE Xpnoiyotroiwvtag dedopéva RNA-Seq. Ta
ociyyara TponABav amd TN Pdon oedopévwyv GTEX, amd mAnbwpa
OIAPOPETIKWY, UYEIWV IOTWV TOU avBpwTTIvOu owuaTog. Autd 0drjynoe oTtnv
QATTOTEAEOUATIKA OpadoTToinon TWV BEIYUATWY Kal oTnV BEATIOTN €TTIAOYH TWV
3500 1m0 QVTITTPOCWTTEUTIKWY TTOU XPNOIYOTTOINONKAV 0TV avaAuon, OTTwg
@aivetal otnv Eikéva 12. EmimmAéov, n xpnon 0edoueévwy atmé aAAnAouxnon
VEQG VEVIAG, TTPOCQEPEl Mia €TIOTNUOVIKN €CENIEN TTaAvw oTnv TTaAaidTEPN
TEXVOAOYIO TWV PIKPOOUGTOIXIWVY KOl OTTOTEAEI Hia yepr] BAon yia TTEPICCOTEPEG
MEANOVTIKEG BeATIOTOTTOINOEIG, G00 Ba BEATIWVOVTAI Ol UTTAPXOVTEG EBODOI KOl
Ba dnuioupyouvTal Kaivoupylol aAyopIBUoI ETTECEPYQTIAC Kal KAVOVIKOTTOINONG
Twv dedouévwyv RNA-seq. To yeyovag o1 uttapyouv ~55000 yovidia diaBéaiua,
emrpémel oto HGCA2 va aflotroijoel oto HEYIOTO ThV IKAvOTNTA  yId
XOPAKTNPIOHUO YoVIBiWV PE AyvwaoTn AEITOUpyid, Ta OTTOI0 AVAKOUV 0€ KAGdOUG
ME NON xapakTtnpiouéva yovidia. TéEAog, n uttapgn ékdoong HGCA 1600 e
oedopéva RNA-Seq 600 Kai pe OedOUEVA HIKPOOUOTOIXIWY, ETTITPETTEI TNV
TAUTOXPOVN OUYKPION TWV OTTOTEAEOPATWY KABE €kdoong Tou gpyaAciou Kai
mOavweg atroTeAei Eva PETPO agloAdynong Twv PEBOdwWV eTTECEPYQOIAg TWV

RNA-seq évavTi Twv avTioToIXwVv JEBOdWYV TWV PIKPOGUCTOIXIWV.

Eidape 611 xpnoipotroiwvTtag 10 yovidlo NFKB2 wg gicodo oto HGCAZ2,

TO UTTOOEVTPO TWV OCUVEKPPACHEVWYV YOVIOIWV XAPOKTNEIOTNKE HE OPOUG
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OXETIKOUG JE AVOOOAOYIKI ATTOKPIOT, YEYOVOG TTOU CUUTTITITEI JE TNV AEITOUpPYia
TOU yovidiou. To idlo yovidlo xpnoiuoTroiénke wg €icodog, T6co oto HGCA1.5
TTOU TTEPIEYPAPNKE OTNV TTapouoa epyaacia, 6o kal pe 1o TTaAaid HGCA1 trou
onuioupyndnke to 2012 (Michalopoulos et al., 2012). Ta duo epyaAcia gival
Baoiopéva oTta idia akpifwg deiypaTa pikpoouoTolxiwv. To HGCA1 TTpoo@épel
duvatoTNTa TTAPAYWYNAS AIOTOG OCUVEKQPACHEVWYV YOoVIOiwV Kal duvaTtoTnTa
TTapaywyng utrodévipou ocuvékppaons. To HGCA1.5 €xel kavovikoTroiInoel Ta
ociypara pe aAyoépiBuo SCAN, xpnoigotroinoe 1o CDF tng Brainarray kai
odadotroinoe Ta yovidla pe PBdon Tov UPGMA. To apxikdé HGCA,
Kavovikotroinoe Ta deiyuata pe MASS5.0, xpnolyotroinoe 1o default CDF kai
ékave opadotroinon pe Neighbour-Join. O1 diagopég gival eppaveic, Kabwg 1o
HGCA1 {ntdel atrd Tov XproTn va eTTIAECEl TO TUVOAO QVIXVEUTWY TOU yovidiou
TTOU BEAEI va JEAETACEI KAl OTO TTAPAYOUEVO UTTOOEVTPO I AiOTO OUVEKPPAONG,
TO id10 yovidIo epavifeTal TTOANEG OPES, AOYyw TNG TTOAAG TTPOG TTOAAG Ooxéong
METAEU OUVOAOU QVIXVEUTWV Kal yovidiwv. XpnolJoTrolwvTag Tn AciToupyia
dnuioupyiag dévtpou, ue 0dnyd 10 ouvoAo avixveutwyv 209636 at, To HGCA1
opadotroinoe To NFKB2 oTtov idlo KAGdO pe yovidia Tng idlag OIKOYEVEING
(NKFB1, RELB, REL). H avaAuon utrepektrpoowtrnong BioAoyikng Aiepyaaciag
€0€I1EE WG KOPUPAiIoUg, OPOUG OXETIKOUG PE QTTOTITWON Kal KUTTAPIKO BAvaTo,
otnv 1a¢N Twv 107°. YTrdpxouv TTOANOI SIaQOPETIKOI OPOI UTTEPEKTTPOCWTTNHUEVOI
Tépa atrd Toug KopuPaioug. Opol OXETIKOI JE AVOCOAOYIKI ATTOKPIOT) UTTAPYXOUV
Héoa o€ auToug ue p-value ammd 104 — 102, H avaAuon Mopiakng Asitoupyiag
£0€1Le OPOUC OXETIKOUG PE EVEPYOTNTA PETAYPOAPIKWYV TTAPAYOVTWYV TNG TAENG
Tou 102 kai n availuon KuttopikoU XuoTaTikoUu €3eife  Opoug  Twv
ouptrAeyuatwy NF-kB, pe p-value ~104. AvtiBeta, n Acitoupyia dnuioupyiog
AioTag, mapryaye pia Aiota 50 exwploTwy yovidiwv (70 cuvOAwY avIXVEUTWV)
OXETIK& XaUNANG OUVEKPPAONG OE OXEON UE TO Yovidio-0dnyo (r-value < 0.46).
Kopugaio yovidio otn Aiota Arav 10 RELB, aAAd 10 REL 110U UTTApXE OTNV
Aeiroupyia &évipou, Oev eguavioTnke péoa ot auth (QAAG uTTdpxel oTnv
emmektapévn  Aiota  Twv 100 EexwpioTwy  yovidiwv). O1  avaAuoelg
UTTEPEKTTPOOWTTNONG TTApPOUCiacav YeVIKA XaunAdTepa p-values otnv AioTa
atro o1 01O OEVTPO, PE TNV avaAuon BioAoyikAg Algpyaciog va avodeIKVUEl
KOPU@Qioug OpouUC He avoooAoyikr atrokpion ue p-values ~108. Agilel va

avaeepBei 611 To yovidlo BCL3 tou avagépape OTI gival €vag PN-TUTTIKOG
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avaoToAéag Tou NF-kB, epgpaviotnke 1600 0Tn AioTa 600 Kal 0TO dEVTPO, AAAG
oc OXeTIKA pakpivég B€oeig. Ooov agopd 10 HGCA1.5, 10 TTOpAyOUEVO
UTTOOEVTPO avaTrTuxOnke €wg Toug 6 KOuPoug pe 49 yovidia. Ze autd TO
uttodévTpo, 0 NFKB2 BpiokeTal oTov id1o kKAGdo pe Toug RELB kai NFKB1, evw
o BCL3 d¢gv epavietal katmmou péoa oe autd. MNMapdAAnAa o1o id1o UTTOBEVTPO
uTTapxel éva KAGdog pe 7 yovidia HLA. H avdAuon gutrAouTtiopou BioAoyiKrig
Alepyaaoiag, avédeite 0poug axeTIkoug pe 1o MHC | (p-value ~10-"4), kaT TTou
TIPOKUTITEI ATTO TNV TTapouaia Twv yovidiwv HLA oTo 0EvTpo, eV OpoI OXETIKOI
ME avOooOAOYIKA atrokpion eu@avilovTal €miong, pe p-value ~10%, kam tou
OUMTTITITEl JE TOUG €PTTAOUTIONOUG TNG AioTtag Tou HGCA1. AvrioToixa Kai ol
TTEPICOOTEPOI EPTTAOUTIOUEVOI OPOI OTIG UTTOAOITTEG KATNYOPIES, TTEPIYPAPOUV

TEPICOOTEPO TA Yyovidia HLA.

2€ YeVIKEG Ypauuég To epyaieio HGCAZ2, mmapouciaoe uywnAdtepa p-
values oToug euTTAOUTIONOUG o€ oxéon WE Ta atroteAéopata Tou HGCA1.5 kai
TN Aciroupyia Aiotag Tou HGCA1, SPwG o1 UTTEPEKTTPOCWTTNUEVOI OPOI ATAV TTIO
oXeTIKOi PE TIG Asitoupyieg Tou NFKB2, oe oxéon pe 1o HGCA1.5. Ta oTteva
ouvoedepéva yovidla HLA Trou epgaviotnkav oto HGCA1.5 ptropei va
TIPOKAAOUV TIG XAMNAEG TINEG OTOUG EUTTAOUTIOUEVOUG OPOUG Ol OTTOI0I OPWG
TTEPIYPAPOUV TNV £V AOYW oikoyévela. H Asitoupyia dévrpou Tou HGCA1, av kai
¢BaAe Ta yovidia Tng oikoyéveliag NFKB 6Aa padi, dev TTapouciace IKAvoTToInTIKG
eutTAOUTIOPEVOUG Opoug. H Acitoupyia Aiotag Tou HGCA1 tTapouoiddel Toug TTIo
OQAIPIKOUG EUTTAOUTIOMOUG, TIPAYMO TTOU OQEIAETAI OTO YEYOVOG OTI TO
ouvekppaopéva yovidla pe 10 NFKB2 €xouv OxeTIKG XaunAd r-values.
MTtropouue va tTouue 611 oTnv TrepiTTwon Tou NFKB2, kai Ta Tpia gpyalAcia
TTapouciacav ouykpioiua atmoTeAéopara, e Tn Asiroupyia dévrpou Tou HGCA1
Va €XEI TIG XEIPOTEPEG UTTEPEKTTPOOWTTNOEIG Opwv. To HGCA2 ékave KaAUTepN
opadoTroinaon Twv yovidiwv Kabwg dev ToTToBETNOE TO00 KOovTd Ta HLA pe 10
NFKB2, evw TTapdAAnAa epeavioe Tov BCL3 o¢ yeimrovikd kKAGdo, KATI TTou dev
éyive oto HGCA1.5. TEAOG w¢ KopuPaio ouvekPpalouevo yovidlo oto NFKB2

OAa gugavicav 1o RELB.
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Mapdopola epyalAeia pe To HGCA2

YTTapxouv apkeTd epyaAcia yoviOIaKNG OUVEKPPAONG YIa TOV AvOpwTTo
Baociopéva 1600 O¢ dedouéva HikpoouaoTolxiwy 6c0 Kal RNA-seq, OTTWG:
COXPRESdb (Okamura et al., 2015), Genemania, ARCHS* (Lachmann et al.,
2018), GeneFriends (van Dam et al., 2015), MEM (Adler et al., 2009) ka1 SEEK
(Zhu et al., 2015).

H pori ARCHS* emre€epyadetal dedopéva RNA-seq amré Ti¢ Bdoeic GEO
kai SRA, woTte va utrooTtnpiel deutepeuouoceg avaluoelg. O 10TOTOTTOG ToU
ARCHS* Tpoo@épel TTOAAOUC DIaQOPETIKOUC TPOTIOUC yia TIpOoRacn Twv
emmegepyaopévwy dedopuévwy yovidlokNG ék@paong. livetalr atreikévion Twv
OEIyUATWY TA OTTOIO UTTECTNOQV ETTECEPYATIa KABWGS Kal OAWV TwV YovIdiwv Tou
avOpwWTTOU Kal TOU TTOVTIKOU PE BAon TV OohoIdTNTA OTNV OUVEKPPAOH TOUG
(Globe Visualisation). MTTopei va yivel eupeon oTa v Adyw Oeiypata ye Bdaon
Ta PETa-Oedopéva Toug. ETTiong, o XprnoTng UTTopEi va €TTIAEyEl Eva OUVOAO
yovidiwv, waoTte va €¢axBei oto EnrichR yia avdAuon eutTAouTIOPOU BIOAOYIKWV
Oopwv. BéBaia, 10 idlo To ARCHS* Trpoo@épel TivaKeG PE €UTTAOUTIOUEVOUG
opoug, O0TTwG Metaypagikoug Mapdyovteg, OvToAoyieg MNovidiwv, MeTaBoAikd
Movotrdrmia, kKA. Elodyoviag €va yovidlo TTpayhaToTIoIEiTal  avAaAuon
YOVIOIOKNG OUVEKPPOONG Kal Trapoucialovrar  1Ta 100 1Mo kKovtiva
OuveK@Paouéva  yovidla, XPNOIUOTIOIWVTAG TOV  OUVTEAEOTH OUOXETIONG
Pearson. Av kal To ARCHS?* dev xpnoipotrolei dedopéva amd tnv GTEX otn
Baon dedopévwy Tou, uttToaTNEICEl OTI O TTIVOKESG CUVEKPPOOCNG TTOU TTPOEKUYAV
ME Ta diagopa dedopéva amd GEO/SRA tmrapdyouv KOAUTEPO OTTOTEAECUATO

aT1TO AVTIOTOIXOUG TTiVAKEG OUVEKPpPaonG Tou GTEX.

To GeneFriends rpayuaTtoTroiei avadAuon ouvék@paong Pe €i0odo éva i
TEPICOOTEPA Yovidia. Baailetal o€ évav XApTn YoVIOIOKAG OUVEKPPAONG TTOU
TTEPIYPAPEI TTOI YoVvidIa TEIVOUV €iTE va EKQPAlovTal €iTE va UTTOEKPPAlovVTal
TauTOxpPOoVa O¢€ £va peyalo oyko deiyudtwv RNA-seq. Eteidr) uttdpxel peyain
TTOIKIAIQ OTIG KATAOTACEIG TwV OEIYPNATWY, QUTOG O XAPTNG QVTIKATOTITRICEI TA
yovidia TTou u@ioTavTal KoIvr) HETAYPOQIKF) pUBMICT. AUTr) N TTANPOPOpPIa UTTOPEI
Va XPNOIKOTTOINBEI, agIOTTOIWVTAG TNV TTPOCEYYIoN OTI AEITOUPYIKA Oola yovidia

ouvek@padovtal. ‘ETol1, gtTopolv va Bpebouv KavoToua utrogn@ia yovidia Tou
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eUTTAEKOVTAI OE BIOAOYIKEG OlEPYQTiEG 1] OCUUTTAEYPATA aOBEVEIWY, OTTOU Mia
AioTa yovidiwv TTou oUoXeTICovTal HE AUTHV TN dlgpyacia ) Tnv acBéveia gival
d1aBéoiun. Etriong, ptropei va xpnoiyotroinBei yia va atrodobei éva poAog o€
yovidia pe dyvwoTn Asitoupyia, Ta otroia ouvekppdalovTtal pe dAAa yvwotd. O
avOpPWTTIVOG XAPTNG CUVEKPPAONG KATAOKEUAOTNKE aTTO 46475 deiyuaTa Kal
TOU TTOVTIKOU atro 34322. ETTiong, KOTAOKEUAOTNKE £VOG XAPTNG OUVEKPPAONG
ato ociyuata tou TCGA (Hutter and Zenklusen, 2018) kai évag atmod deiypaTa
Tou GTEx. To GeneFriends TTapoucidlel Ta ouvekppaloueva yovidia, Toug
OUVEKQPOACOUEVOUG HETAYPOAPIKOUG TTAPAYOVTEG, TTIPOOPEPEI EVA APXEIO DIKTUOU
yla xprion pe 1o Cytoscape, KaBwg Kal EYTTAOUTIONO Opwv péow Tou David. H
ANioTa pe Ta ouvek@PAlOUEVA YoVidla KAl TOUG MPETAYPAPIKOUG TTAPAYOVTEG
katatdooetal pge Bdaon 1o Mutual Rank, aAAd UuTTApPXEl KAl O OUVTEAEOTNG
ouox£Tiong Pearson. Ta 50 kopugaia yovidia Trapoucidlovrtal, aAAG n TTARpNg

AioTa gival dlaBéaiun.

To MEM atroteAei £va dIadIKTUOKO EPYAAEIO TTOU ETTITPETTEI TNV AvVAAUCN
ék@paong yovidiwv e TTOANATTAG TTEIpAUATA KAl TNV aTTEIKOVION Toug. Ta
oedopéva  TTpoépxovTal atmod  dnuocoia  TTEIPAPATA  KATATEBEINEVA  OTNV
ArrayExpress. Ta Ociypara civalr amd TToIKiAoUG 10TOUG, KOTAOTACEIG Kal
aoB€veleg Kal gival opadoTroinuéva pe Baon Tnv TTAAT@opua tous. Me €icodo
éva povadiko yovidio, To MEM katatdooel dAAa yovidia pe Bdon Tnv opoidtnTa
oTnNV €KQPAOT) TOUG 0€ KABE EEXWPIOTO OUVOAO dedopévwy. ‘Eva JovadIko KoIvo
OKOp ONPAVTIKOTNTAG dnioupyeiTal AapBAavovTag utr’ dwn Ta UTTOAOITTA ATOMIKA
okop. Ta dedopéva PIKpoouaToIXIWwV Kavovikotroienkav ue RMA. H Aiota Twv
yovidiwv eival d1abéoiun kdtw omd Tnv eikdéva Tou Heatmap kai Ta
atmroTeAéopATa PTTOPOUV va An@Bouv pe popgotroinon NetCDF (Rew and
Davis, 1990). TéAog, uttdpyxel dlaBéaiun avaAuon €UTTAOUTIOPOU PECW TOU

g:Profiler.

To SEEK cival pia pnxavry avalitnong OUVEKPPAOHEVWY Yovidiwv. H
€icodog utropei va gival €ite £va yovidio eite pia Aiota yovidiwv. H £€0d0¢ cival
Mia Aiota pe Ta 100 kopugaia cuvekppaldpeva yovidia Kal TO OKOP OUOXETIONG
TOUG Kal N opoldTNTé TOoug avdaueoa oTa OIaPOPETIKG OUVOAQ OedOPEVWV
atreikovifeTal yEow evog Heatmap. Ta yovidia éxouv katatayBei ue Baon éva z-

score TIOU TIPOKUTITEI OTTO TOV OUVTEAECTr] OUOCXETIONG TOu  Yovidiou,
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BeBapnuévo avaloya PeE TO TTOOO OXETIKO eival KABE Ola@opPeTIKO GUVOAO
O0edopEvwy (TIPEG: -3 €wg +3). YTapxel d1aBEoiun avaluon €UTTAOUTIOUOU
Opwv, pe TIONEG emmAoyéG. Ta Oedopéva  TTpoEpXovral  TOOO  aTro
MIKpOOUGTOIXiEG ATTO BIAPOPES TTAATPOPMES (4918 deiyuaTta) 6o kal atrd RNA-
seq (278 dciyyara). e KABe TEPITTTWON XPNOIMOTTOMONKE O KATAAANAOG
aAyopIBuog kKavovikoTroinong. O1 KavOVIKOTTOINUEVEG TIUEG EKQPAONG Eival

etTiong d1aBéoiueg péow Tou SEEK.

H Bdon COXPRESdb armroteAei Tnv avriotoixn ékdoon tng ATTED-II,
aAAG yia Cwikoug opyaviopoug. Aedopéva lllumina RNA-seq, eAq@bnoav atrod
Tnv DDBJ Sequence Read Archive. H COXPRESdb Ttrapéxel TTOAAEG
duvaroTnteg. [ivetalr avdAuon oOuvékppaong Me €icodo éva yovidlo Kal
TTapaywyrn NG AioTag Twv CUVKEPPACHUEVWY YOVISIiWV Kal TTAVW OE AUTA JTTOPEI
va TTpaypatoTroin®si avaAuon eutrAouTiopou opwv OvtoAoyiag Movidiwv Kal
Biohoyikwv Movotratiwv KEGG. ETriong, mpooc@épovTal TTOAAEG eKOOOTEIG
oedopévwy  atmd  didpopes  TTAaTPOpuEg, TOoO RNA-seq 0600 Kal
MIKPOOUCOTOIXIWV Kal ETTITTAEOV, YIa KABOE yovidlo ava@pEépeTal TO OUOAOYO TOU O€
KATtTolov dAAO opyaviouo (Yovidlo Tou avBpwTTou PE EKEIVO TOU TTOVTIKOU, KATT).
EmmAéov, Trpoo@épeTtal dnuioupyia OIKTUOU OCUVEKPPAONG, KOBWGS Kal
OXEOIAOPOG (QUAOYEVETIKOU OEVTPOU, TO OTIOI0 OUWG TTAPAyETAl ATTO dia

oedopévn atro 1o XprnoTtn AioTa yovidiwv Kail 6xI autépaTa he €icodo £va yovidio.

To GeneMania poialer mepicodtepo pe 10 STRING mapd pe T1a
uttOAoITTa epyaAcia ouveEkppaong. MNepiExel TTOANQTTAG dedopéva DIKTUWV aTTo
o1dpopeg  TNYyEG.  Ekartovrddeg ouvoAa  dedopévwy  Kal  OedopEva
aAAnAemdpdoewv ouAéxOnkav ammdé GEO, BioGRID, iReflndex kai 12D. To
epyaAcia dnuioupyei €va OikTuo TTOU OuvdEel TTapouola yovidia. To dikTuo
MTTOPEI VO KOATOOKEUQOTEI €iTE A1TO pia AioTa yovidiwv €iTe €l0ayovtag éva
yovidlo Kal avakKoAUTITOVTOG Ta KOV ME ekeivo yovidla. Ta dedouéva
AAANAETTIOPACEWY TTEPIEXOUV TTPWTEIVIKEG KA YOVIDIOKEG CUOXETIOEIG, BIOAOYIKA
MOVOTTATIO, CUVEKQPAON Kal TTPWTEIVIKEG DOMIKEG Kl AEITOUPYIKEG TTEPIOXEG.
Emriong mepiAauBdvel TTOANOUC dIaQOPETIKOUG opyaviououg, OTTwS avepwTro,

TTOVTIKO, OPOTOPIAQ, KATT.
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2UYKPIOT ATTOTEAEOUATWYV AVTAYWVICTIKWYV EPYOAEIWV ME TO
HGCA2

XpnoiyotrolwvTag To yovidio STAT1 (ocuvolo avixveutwyv 200887 _s_at)
wg €icodo, €yive ouykpion Twv attoteAeopdaTwy Tou HGCA1.5 kat HGCA1 pe 10
HGCA2. To HGCA1.5 mapriyaye €éva UTTOOEVIPO OuvéKppaong Twv 18
yovidiwyv, Ta 16 amd Ta oTroia ATAaV OTO UTTOOEVTPO TTou TTapdxdnke atmd To
HGCAZ2. MNapouoiwg, ol avaAuoeig eUTTAOUTIONOU TTapouUdiacayv KoIvoug 6poug.
AvrTioToixa, 1o TTapayopevo dévipo amd to HGCA1, cixe koiva yovidia pe Ta
0évipa Twv AAwv duo HGCA (oikoyévela OAS kail yovidia OXeTICOMEVA ME
IVTEPQPEPOVEG). O1 avaAuoelg eutrAouTiopou Tou dévipou Tou HGCA1, etTiong
£0€1Eav KOpUPaioug OPOUG OXETIKOUG UE 10UG KAl AUUVA EVAVTIWY TWV IWV QV KOl
ME uwnAdTEpa p-values. T€Aog, n Acitoupyia Aiotag Tou HGCA1 €d¢iEe oTevn
oxéon pe ta 10 mpwta yovidia (r-value > 0.6) kal avédEIEe KOpUPAioug OPOUG
OXETICOMEVOUG YEVIKA PE TNV AVOOOAOYIKA aTTOKPION, EVW Ol OPOI OXETIKOI PE

duuva OTOUG 1I0UG ATaV 0€ XaunAdTepn B€on.

‘Eyive ouykpion Ttou HGCA2 pe 710 ¢pyaieio COXPRESdDb,
XpnoigotrolwvTag 1o yovidlo STAT1 wg cicodo. To COXPRESdD e¢ayel apxika
Mia AioTa pe Ta 50 1m0 cuvek@pacopéva yovidia ue To STAT1, n otroia ptropei va
emrekTaOei péxpl kar Ta 2000. YTTAPXOUV APKETEC EUPAVEIC OUOIOTNTEG ME T
ouvek@paloueva yovidia Tou HGCA2. Oi kupiol 6pol KEGG Twv yovidiwv 0T0
COXPRESdb £d¢iEav 10yeveic aoBEvelEg, KATTOIEG TTOU EUQAVIOTNKAV KAl OTA
amroteAéopara tou HGCA2, 6rwg Ytratitida C kai IAapd. TéAog, £yive oUykpion
evog OIktuou STRING TTou KataokeudoTnke pe Ta yovidia Tou COXPRESdb
(Eikéva 56) kal ekeivou pe Ta yovidia Tou UTToOEVTPOU ouvékppaong Tou HGCA2
(Eixéva 46). Ta atmroteAéopata, av eEQIPECOUUPE TO DIAPOPETIKO apiBud Twv
yovidiwv og K&Be TrepiTrTwon, £€deifav yia 18iaitepa oTevr) oxXéon Kal OTIG 2
TepIMTWOoelG, ue To HGCA2 va €xel OXETIKA TTEPIOCOTEPEG AAANAETTIOPACEIC
METALU TWV CUVEKPPATHEVWYV YovIdiwy, KaBwg oTo dikTuo Tou COXPRESSdD,
TTOAEG TTEPIPEPEIOKES TTPWTEIVEG OlayxwpifovTal atmd TNV KAEIOTH KEVTPIKA
opada: H trukvoTnTa ypdeou (Coleman and Moré, 1983) utroAoyioTnke yia 1o
dikTuo Tou HGCA2 w¢ 0.8546, evwy oto COXPRESdb wg 0.5772. lMNpétrel va
avaepBei, 611 evw povo To COXPRESAD £0¢1¢e To yovidio STAT2 va Trepi€xeTtal

oTn AioTa Twv ouvekPpaopévwy yovidiwv, To HGCA2 avakdAuwe Tov idlo
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TTaPAYOVTa WG KOPUPAIO UTTEPEKTTPOCWTINHUEVO WE TTOAU PIKPO p-value (~10740)

oTNV AvTioTOIXN AVAAUGCH EUTTAOUTICHOU PETAYPAPIKWY TTAPAYOVTWV.

BATF2

Eikéva 56 — To diktuo STRING ue ta yovidia cuvékppaons tou COXPRESdb, ue gicodo o
STAT1

Ooov agopd 10 GeneMania, £yive xprion TNG AsIToupyiag dnuioupyiag
OIKTUOU E €i0000 £VOG HOVADIKOU YOVIOioU, OTN CUYKEKPIYEVN TTEPITITWAN TTAAI
10 STAT1. To atrotéAeapa, pe emAoyn yia dikTuo atroteAoupevo aTrd 50 yovidia
(MéyioTO péyeBog Ta 100), TTapouciace TTEPICOOTEPO OUVEPYATEG UE QUOIKN
aAAnAeTTidpaon kal deuTePEUOVTWGS PE BAon Tn cuvékepaon (Eikova 57). Autd
e€nyei kal TIg dIaPopEG avaueoa oTIG AiOTEG Twv yovIdiwy, OTTWG TNV UTTapén
TTapayoéviwy TG idlag oikoyévelag (STAT3, STATS) otn Aiota Tou GeneMania,
Kabwg, evw avAKouv OTnv idla oIKoyévela yovidiwv, o1 PIOAOYIKEG TOUG

dlepyaoieg eival dloQopeTIKEG. evikwg, n xpAon Tou GeneMania eival
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TTEPIOTOTEPO OUYKPIoIuN e ekeivn Tou STRING, dnAadn n dnuioupyia SikTUwv
aAANAeTTidOpaong pe €icodo pia Aiota yovidiwv.
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Eikéva 57 — To diktuo rou Genemania L€ gicodo 1o STAT1
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Eikéva 58 — To diktuo STRING a6 ra amroreAéouara rou ARCHS4 ue cicodo 1o STATT
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Eikéva 59 — To diktuo STRING e ta amoreAéouara rou GeneFriends pe icodo ro yovidio STAT1
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Avdhuon ouvékepaong oto ARCHS* ue eicodo To STAT1, Taprjyaye
QPKETA OIAPOPETIK) AIOTA CUVEKPPATHEVWY Yovidiwv atrd autr) Tou HGCAZ2. H
autépatn €gaywyry oto EnrichR, £6€i&e Kupiwg epTTAOUTIONG Opwv TTOU
oxeTiovtal Ye IvTEp@ePOveG TUTTOU |. To ARCHS* Trapouciaoe pia AioTa pe Ta
100 110 ouVEKPPATPEVA YyoVidIa, N OTTOIO XPNOIMOTIOINBNKE £TTIONG Yia avaAuon
o1o STRING (Eikova 58). Ze avrtiBeon ye Ta utrdAoITTa epyaAeia, To SiKTUO TTOU
TIPOEKUWE OeV gival IBIAITEPA TTUKVO. 2TNV CUYKEKPIKYEVN AioTa, @aiveTal OTI Ta
ouvek@palopeva yovidia diaxwpifovTal o€ dUO EVTEAWG EEXWPIOTA AEITOUPYIKA

dikTUA TTOU OUVOEOVTAI HECW EVOIANECWY KOUBWV.

TéNog, To GeneFriends, TTapoucidlel wg £€0d0 oTnv 1I0TooEAiIda Ta 50
MO ouvek@paopéva yovidia pe To STATT, aAAd gival duvatov va yivel Ayn Tng
AioTag TTou cuoxeTiCel OAa Ta dlaBEaiya yovidia ye BACN Tn CUVEKPPACH TOUG
ME TO YOVidIO €10000U. XpNOIUOTTOIWVTAG TNV AioTa Twv 50 yovidiwv wg €ic0do
o1o STRING , TTpokKUTITEl £va OIKTUO TO OTTOIO £XEI OPKETA KOIVA OTOIXEIO ME
ekeiva Twv HGCA2 kai COXPRESdDb, aAAG €xel eAdxiota AlyOTEPO OTEVEG
OUOXETIOEIG HETAEU TWV TTPWTEIVWV, OTTWGS QAiVETAI OTTO TO TTAPAYOPEVO BIKTUO
STRING (Eik6va 59).

2 UYKPIVOVTAG TIG TTOPAYOUEVEG NIOTEG CUVEKPPACHUEVWY YOVIDiWV ATTO TA
gpyoAsia HGCA2, COXPRESdb, ARCHS* kai GeneFriends (Eikéva 60),
TTOPATNPOUME OTI UTTAPYXOUV APKETES DIOKUMAVOEIG HETAEU TWV EPYOAEIWY, PE TO
ARCHS* va diapépel TrEpIooOTEPO, OTIWGS avaPEPapE, dedouévou 0TI gixe Kal TN
Aiota pe Ta mTepioadTepa yovidia (100). MOAIC Eva yovidio ATav KoV peTagU
OAwv Twv epyaAciwv, 10 EPSTI1 TOU oOTOiOU TMBOVOG POAOG €ival n
PWOPOPUAIWON Kal O TTUPNVIKOG eVTOTTIONOG Twv RELA kair STAT1 katd tnv

EVEPYOTTOINON TWV POKPOPAYWV.
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Eikéva 60 - Aigypauua VENN pe 11§ d1aQOPETIKES AIOTEGC OUVEKPPACUEVWY YovIdiwV aTTd KABE
gpyaleio

2UyKpivovTag Ta atroTeAéopaTta, BAETTOUNE OTI OTTWG KAl OTAV TTEPITITWON
ToU ACT, 10 adeA@O epyalcio Tou ATTED-II yia Tov avBpwTtro, To COXPRESdD,
atroTeAei Tov KUplo avtaywviotry Tou HGCA2, ue 1o GeneFriends va trapdyel
OPKETA OUYKpiolua atmoTeAéopaTta Kal Je Ta GAAa duo epyaleia. Ta uttéAoia
epyaAeia dev Trapriyayav kaAutepa amoteAéopata ammdé 1o HGCA2. Kupiwg
Méow TnNG avaiuong Tou STRING, ptropouue va Troupe o011 To HGCA2 utropei
va TTOPAYEl KAAUTEPEG AIOTEG ME AEITOUPYIKWG OXETICOPEVA CUVEKQPAOUEVA

yovidla.
ZUNTTEPAO MO

To KUplo xapakTnpIoTIKO TTou exwpilel Ta epyaAeia ACT kar HGCA e
Ta GAAQ aQvTaywVIOTIKG €ival 0TI dnuioupynonke €Capxng €XovTag Katd vou Tn
xpron amdé Mopilakoug BioAdyoug kail 61 atrdé BioTTAnpo@opIikoug, yia auTd Kal
e€nyeital n AirétnTa Tou oxedlaopoU, N atTAGTNTA AEITOUPYIOG TOUG Kal KUPIWG N
Tapouciacn  BloAoyikd OXeTIKWV  atroteAeopdtwyv. Ta ATTED-II  kai
COEXPRESSdb xapaktnpifovral amrd oAU TrepITTAOKN oxediaon: atraiTeital

ammdé TOV XPNOoTn 181aiTEPN TTAPATNPENTIKOTNTA YIa va Ppel Tov KATAAANAO
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OUVOECO VIO VA EYPAVIOTEI N AIOTA CUVEKPPACTPEVWYV YOVIDiwV Kal TTapAAANAa
xpelddovral TTOAG KAIK PEXPI va EUPAVIOTEI TO OIKTUO OUVEKPPAOHUEVWV
YyoVIQiwV Kal 01 OPOI TTOU TO TTEPIYPAPOUV. 2TA EPYAAEIQ HAG, TO iDI0 ATTOTEAEO A
yivetal ye pia pyévo Kivnon kKal OAa Ta atmroTeAEopaTa €ival otnv idla oelida.
EmimTA€ov, Ta TTEPICOOTEPA EPYAAEia TTOU dNUIOUPYOUV AiIOTA CUVEKPPATHEVWV
yovidiwv, Bacifovial ot €{WTEPIKA €PYyOAEia EPTTAOUTIOPOU Opwv, OTTWG
g:Profiler kai EnrichR, yia 110 £€€10IKEUPEVES KATNYOPIEG UTTEPEKTTPOCWTTNONG.
2TNV TTEPITITWON PAg, OAEG Ol KATNYOPIEG EUTTAOUTIOPOU TTOU TTEPIEXOUV TA TTIO
Kaivoupyla dedopéva atrd TIG KAAUTEPES PBaoelg dedopévwy Tou KABE €idoug,
gival d1a0€o1ueg eocwTepIkA oTa epyalcia. To ACT Ttrepiéxel empBeBalwpévoug
TTEIPAUATIKA OTOXOUG HETAYpa®IKwY Trapayoviwy atmmod AtRegNet kai Plant
Cistrome Database kai To HGCA trepiéxel Toug otdXoug atmd ta Encode kai
ReMap2020, kdm 10 oTroio Ta &exwpilel amo Ta AdN UTTAPXOVTA EPYOAEia
OUVEKQPOONG, TTOU €iTe eV £XOouv KABOAOU aUTHV TNV KATNyopid, €iTe atTAd
QVOKOAUTITOUV KOIVA pUBMIOTIKA poTiBa oTa cuvek@paloueva yovidia. Mévo
MEOW TWV EPYOAEIWV JAG ITTOPEI O XPHOTNG VA AVAKAAUWEI TOUG JETAYPAPIKOUG

TTOPAYOVTEG UTTEUBUVOUG YIa TNV CUPPUBUIOH YOVIDiwV.

Ta epyaAeia pag gival Ta JovadiKa TTOU TTPOCPEPOUV TNV TTAPAYWYI] Kal
TTAPOUCIAC TWV OUVEKPPACUEVWYV YOVIDIWV UE HOPPr PUAOYEVETIKOU DEVTPOU.
Ta TeplocdTeEPa  €pyaleia TTPOTIUOUV TNV Trapaywyr Aiotag f OIKTUOU
ouvék@paons. To Genemania dnuioupyei diKTUO yovIdiwyv, TO OTT0I0 dPWG dev
BaoileTal atmoOKAEIOTIKA OTNV OUVEK@POOT, OAAG KUpiwg OE TTEIPAMATIKA
eTaAnOcupéveg aAAnAemdpdoelg PETAEU yovidiwv, KATI TTou TTEPIoPilel TO

OTOIXEIO TNG avakAAuUWnNG.

H xprion dciypdatwyv atrd TToAAG dIOQOPETIKA £pYyaOTAPIA, KUPIWG OTNV
mepiTTwon TG TexvoAoyiag RNA-seq TTou BpioKeTal aKOPO O€ TTPWTAPXIKO
oTAdIo, TEiVEl va €I0AYEl HEYAAO apIOUO atrd €MIOPACEIS CUVOAWY TTAPAYWYNS
(batch-effects). Omwg €idape otnv TepimTwaon Tou ARCHS?, Trou eixe AdBel
oedopéva 1600 amdé GEO 600 kai amdé SRA, ta armotreAéopard Tou nTav
KatwTtepa atmd otrolodnTrote TTapouolo epyaAeio ouykpionke. To HGCA2
QVTIMETWTTIOE AUTO TO TTPORANUA upalsuovtag dedouéva GTEX TTou gival atrd
KOIVA} TTNyr, KOIVO €PYACTHPIO HE OUYKEKPIMEVEG Kal BEATIOTEG TTEIPAPATIKEG

MEBODOUG Kal £X0UV GUYKEKPIPEVA XOPAKTNPIOTIKA TTpoéAeuong deiyudtwy. Av
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kar otnv mrepimmtwon Twv ACT kai HGCA1.5 utmipxe PeYAAn TToikiIAia oTnv
TpoéAeuon OelyudTwy, Ol OAYOpPIBUOI KAVOVIKOTTOINONG MIKPOOUOTOIXIWY
BpiokovTal o€ apKeTA WPIKOo 0TAdI0, OTTWG PaiveTal he Tov SCAN TTOU O€ KATTOI0
Babuod pepipva yia Tnv atraloipr] Twv batch-effects, kal n emAoyn delypaTwy
€yIve JE TIOAU AeTrTopEpry TPOTTO, WOTE va atroQuyel 600 TO duvaTtdv
TEPIOOOTEPEG TTPOKATAANWEIS. TéANOG, Ta HGCA1.5 kai ACT, xpnoipoTtTolouv To
ouvexweg avavewuévo CDF 1ng Brainarray, tnv Umapg¢n TOUu OTTOiOU T
TTEPIOOOTEPA EPYAAEIQ OUVEKPPAONG ME BAon TIC MIKPOOUOTOIXIEG aAKOMA

ayvoouv.

Ta epyakeia ACT kai HGCA Trpoo@épouv TTOAAEC BuvaTOTNTEG,
MEAETWVTOG BACIKOUG OpYyaVIOPOUG-POVTEAD, TTAPOUCIACOVTOG KaTavonTa Kal
ETTAANOeUCIYa ATTOTEAEOUATA KAl XPNOIMOTIOIWVTAG oUyXpova dedouEva KAl
TEXVOAoyieG. MioTeUoupe OTI aTToTEAOUV XPAOIPA EpYaAEia OTNV KOIVOTATA TNG
Mopiakng BioAoyiag kair OTI pTTopouv va €dpalwBouv TTEPICCOTEPO E

MEAAOVTIKEG TPOTTOTTOINCEIG.
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