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1. Ewaywyn

Ytn ouykekpLuévn EE (EE8), cUpdwva Kal e TO TEXVLKO TTAPAPTNLO TOU £PYOU, ETIXELPNONKE
n evoroinon tTwv dedopévwy amo ta aketa epyaciog EE6 kat EE7 1000 pe KAWVIKA deSopéva
aoBevwy 600 Kal pe dedopéva ta omola eival eAeUBepa Slabéopa and AAAeg mnyEg (my
yovidlakng ékdpaong and GEO, ArrayExpress, TCGA). e autd to mAaiolo, oto mapadotéo
M8.1 MPAYUATOMOLNCAUE MO CUCTNUOTLIKA QVOOKOTINON Yylo TNV CUYKEVTPWON OAWV TwV
HEAETWV PEVTEALKNC Tuxatomoinong (mendelian randomization) yia tnv eUpeon attloAoyLlkwy
oxéoewv HeTall twv acBevelwwv (Evotnta 2), evw avamtuxdnkav kat pebodoloyieg mou
ETUTPEMOUV TNV  EVOWMATWON €TONUIOAOYIKWY  SeSOUEVWV QO  OUVVOGCNPOTNTEG
(comorbidities), oL omoieg eival StaBéoipeg amnod peyala deiypota aocbevwy, onwc to HuDiNe
(Evotnta 3). H avaAuon twv ocuvomtikwv Sedopévwv pag €dwoe €va peydlo Seiypa
ouoxeTioewv ou opyavwOnkav o Baon eSopévwy Kat pmopolv va xpnoLuomnotnBouv otov
LaTPLKO dakeAo. Me tov TpoOmo auto Ba pmopet va undpéel mAnpodopnaon yla tTnv mibavn
gudpavion aAAwv acBevelwy os évav acBevr pe Sedopvn Stayvwaon Kot auth n mAnpogopia
Ba umopet va divetal emumAéov Tng anmAng mpoPAePng e BAon To YeVETIKO Tou mpodiA. Ztnv
Evotnta 4 neplypadovrat ta Bloxnuikd dedopéva mou xpnolgonolidnkayv yla tTnv eloaywyn
OToV LaTpLKO dpakeho, Kal ot pEBodol avaluoncg autwy, evw otnv Evotnta 5 meplypadovtatl
Ta yevetika Sedopéva mou xpnowdomowndnkav pe TG avaAloelg TG EE7 kal to mwg
opyavwBnkav oe Baon dedopévwy yla TNV ELoAywyr) otov LaTtpLkd dpakeAo acBbevoug.
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2. Bdon 6edopéVWV QLTIOAOYIKWY GUOXETIOEWV HEOW MevTeALaVAG TuXaLlomoinong
andé GWAS

Itnv napovoa evotnta tou Epyou mpaypatonoliOnke n cuAAoyn OAwvV Twv SNUOCLEVUEVWVY
apBpa tng Baong dedopuévwv Pubmed (Canese & Weis, 2013), oxetikd e tn MevteAlavn
Tuyatlomnoinon (Mendelian Randomization - MR). Q¢ kALl avalntnong otn Baon dedopévwy
xpnolpomnolBnke to «mendelian randomization», evw ta dpBpa mou avaktibnkav anoé tnv
avalntnon adopouv To XpovoAoyLkd eUpog petafl 1999 kat 2022.

Ta dnuootevpéva apBpa ta omoia CUAAEXBNKOV TIEPLEXOUV GUVOTTIKA debSopéva (summary
statistics) and tn Baon &edouévwv GWAS Catalog (Welter et al., 2014). Mpokettat yla
OUVOTTTLKA QMOTEAECLOTOL CUOXETLONG METALY EKATOUUUPLWY YEVETIKWY Ttapallaywv (Single
Nucleotide Polymorphisms - SNPs) kat evog ¢atvotumou, Kat meplappavouv cuvhbwg Tig
EKTLUNOEL Twv P-ouvtedeotwv, ta standard errors, ta p-values, T ouxvoTnTEg
oAAnAopdpdwv kat to sample size kaOe peAétng. Autd ta dedopéva, eneldn eival anpocwna
Kal Sev amattouv MPoofacn o€ ATOULKOU ETMESOU YEVETIKA apXEia, EXOUV ETUTPEYPEL TNV
eupela 61aBeon kal emovaypnoLUOTOiNor) TOUG Ot TOLKIAEG Seutepoyevel( avalUoelg
HEYAANC KALHaKaG. H xprnon Twv ouvonmTikwy Sedopévwy €xel Kataotel BepeAiwdng otn
oUYXpovn VYEVETIKN emdnuiodoyia, emtpémoviag thv edapupoyrn HeBOSwvV OnMwg n
MevteAlavr) Tuxatomoinon (Burgess & Thompson, 2015), n AvaAuon Mevetikng ZUoXETIONG
(genetic correlation analysis) (Werme et al., 2022), ot NMoAuyovidlakot Agikteg Kivéuvou
(Polygenic Risk Scores - PRS) (Chatterjee et al., 2016), n Aemttopepn Mevetikn Xaptoypadnon
(fine-mapping) (Spain & Barrett, 2015), kaBwg kat ot peta-avalvoelc GWAS (Hedges, 1992)
o€ moAuebvika delypata. Qotdoo, n duvatotnta cuvluaouol SeSoUEVWY Ao aveEAPTNTES
HEAETEG aUEAvVeL SPAUATIKA TN OTATIOTIKA LOXU, LELWVEL TO KOOTOG Kal KaBlotd ekt TN
Slepelivnon cUVOETWY PaLVOTUTIWY, OTIAVLWV VOCHUATWV 1 UTTOOUASwWV Tou TAnBuaopou.

H MevteAlavr) Tuxalomoinon amoteAel Lo LoXupr aVaAUTLKr TIPOCEYYLON TTOU XPNOLUOTIOLEL
VEVETIKEG TapOAAOYEG WG epyaleia (instrumental variables) ylo va ekTLUROEL QUTIWOELG
eTUOpAOELG HETALL EVOC eKOETN (exposure) Kat evog anoteAéopatog (outcome), Baollouevn
OTNV TuXaLomoinon Twv aAAnAopopdwv Kal otn otabepoTnTd TOUg KB’ OAn Tn SLAPKELA TNG
{wnc (Davies et al., 2018). H gupeia StaBeouotnTa CUVONTIKWY S€SOUEVWY OO PEYANEG
pneAéteg GWAS éxel emutpédel tnv edappoyn tng Mevtedlavig Tuxolomoinong xwpig
npooBaon oe atoutkd dedopéva. tnv MevteAiavr Tuxatlomoinon evog deiypatog (1-sample
MR), Ol YEVETIKEC OUOXETIOELG LE TOV €KOETN Kol TO amotéAeopa Aappdavovtal amno to 6o
Selypa. Avrtibeta, otnv MevteAlavr) Tuxatomoinon &vo &elypdtwv (2-sample MR), ot
OUOXETIOELG TWV TIOAUUOPOLOUWY HE TOV EKOETN KOL TO AMOTEAECUO TPOEPXOVTAL Ao U0
TMANpwG aveéaptnta Seiypata. AuTto To TAALCLO EMLTPETEL LEYOAUTEPN OTATLOTLKNA LOXU, XPoN
TOAU peyaAUTeEpwVY Oelypdtwyv (meta-GWAS consortia) kat pewwvel tnv mbavotnta
nepoAnyiag amod tnv emukaAuvPn Setypdtwv (Sanderson et al., 2019). H attiwdng ektipnon
TIPOKUTITEL ouVNOWG péow peBOdwv omwg Inverse-Variance Weighting (IVW), MR-Egger,
weighted median kat mode-based estimators, oL omoieg edapudlovtal ameubeiag ota
ouvontika debopéva, Aappavovrac umodn tnv avefaptnoia twv moAvpopdlopwy - SNPs
pnéow LD clumping r LD matrices (Bowden et al., 2015).
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H peta-avaluon otn MevteAlavy Tuxalomoinon omoTeAEl Pl EMEKTACN, OTNV Omola Ta
amoteAéopota SLapopeTIKWY avaAUoewVY - 2-sample MR 1} 1-sample MR - cuvdualovtal,
ETUTPEMOVTAG TNV EKTLKLNON TNG ALTLOTNTAG PE LEYAAUTEPN aKPIBELA KOL TN YEVIKEUOLULOTNTA
o€ dladopeTikoug mMAnBuaopouc. ZuvnBwc, mpayuatonoleital n xprion fixed R random-effects
HOVTEAWVY, TA OTOL0l EVOWHATWVOUV TNV ETEPOYEVELA UETAEU TWV OUVOAWV Sedopevwv
(datasets) kat tnv mBav OSlakVpavon oTlg CUCXETioel MeTafl Ttwv SNP kal Twv
XOPOAKTNPLOTIKWV (traits).

TéAog, otnv nepintwon apdidpopwv avalvoswv MevteAlavng Tuxatonoinong (bidirectional
MR) €€eTAOUE TNV ALTLOTNTA TIPOG KAl TIG U0 KateuBUVoeLg, Sie€ayovtag SU0 aveEaptnTeg
avoAloelg  Mevtedlavng  Tuxawomoinong (A—>B kot B->A) pe  Slodopetikd o€t
TOAUHOPPLOHWY, EMIAEYUEVO amo peAéte¢ GWAS yla tov avtiotolyo ekBétn-exposure. H
HEBodog autn eival blaitepa xprolun otav o ekBETNG KoL To amotéAecua cuvdéovrtal
dALVOTUTIKA, ETUTPETOVTAG TNV OMOCAGNVION TOU AV Ol TIAPOTNPOUUEVEC OUOXETIOELG
odellovtal 0 MPAYUATLKH ALTLOTNTA (reverse causation) 1} 0€ UTTOKELEVN YEVETIKN) CUYXUON
(genetic confounding) (Verbanck et al., 2018). ZuvoAwk@, n xprion cuvontikwy SeSopévwy amod
Heyaheg GWAS €xeL kataotnosl t) MevteAlavr) Tuxalonoinon éva amod Ta Mo LoXupd
SlaBéopa epyadeia yla TNV altiwdn Katavonon BLOAOYIKWY UNXOVIOUWY KoL TTApayOVIwY
KlvdUVoU o€ avBpwLveg vOOOUG.

JuyKeKkplpéva, amo tn BLBAloypadikr) avooKOTNon TIou Tipaypatonolonke, cuAAEXOnkav
OUVOALKA 5.994 apBpa, ek Twv omolwv ta 3.993 adatpéBnkav amod Tnv avaluon yLa ToLlkiAoug
Aoyouc¢ (amouociot ouvonmtikwv Sedopévwy, HEVTEALAVH KANPOVOULKOTNTA KOl  OXL
Tuyalomnoinon, K.d.). 2tn ouvéxela, ota evarmopeivavta 2.001 dpBpa, £ylve O EKTEVAG
kataypadn Twv akoAouvBwv dedopévwy:

pubmed id (Lovadikd avayvwpLoTiko tou apbpou otn Baon dedopévwyv Pubmed),
doi,

OVOMOTETWVUO TPWTOU cuyypadEa,

TitAog dpbpou,

nieplodiko dnuoacisuong,

€10G dnuooievong apbpou,

dawotunog 1 (ekBETng — exposure),

icd10 ywa tov pawvoturmo 1,

Phecode yia tov pawotumno 1,

Phecode katnyopia yla tov ¢patvoturmo 1,

dawotumnog 2 (amotéAeopa-outcome),

icd10 ywa Tov patvotumo 2,

Phecode yla Tov ¢pawvotumo 2,

Phecode katnyopia yLa Tov ¢poatvotumo 2,

opLOUOC MOAUOPDLOUWY TIOU CULLLETEXOUV OTN CUCXETION TwV SUo patvoTtunwy,
TtoAUopdLOpOL,

eldog perétng (1 sample MR, 2 sample MR, meta-analysis),

p-value,

z-score,

odds ratios (HeTAOXNUATIONOC O AoyaplOpLK KALHaKa),
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® Dbeta coefficients,
e Jlootnuata epmiotoolvng (95% confidence intervals).

EmumAéov, yia KaBe peAétn mou avaAlBnKe MPooTEBNKAV Kal OXOALO OXETLIKA LE TNV TNYN
npoéAevon¢ twv Sedopévwv (consortia, IVW method, k.0.k.). Evw, n kataypadrn twv
6ebopévwyv €ywve oe apxeio excel. Meta tnv OoAOKANPwon TNG Kataypadnc,
ipaypatonolnonke n cuAloyr OAwWV Twv Kataypadwv yla KABe HeAETN, KaTaAnyovtag os Eva
ouvoAo 19.625 cuoxetioelg pavotunmwy, TOAAEC A0 TIG OMOLEC OPWG Elval KaTtaypadEC TNG
16Lag cuoyétiong amo SLadopeTIKEG UEAETEG.

AMWTEPOC OKOMOC TNG Mmapoloag avaluong eival n dnuloupyia evog Siktuou acBevelwv
(disease-disease associations). MNa autd tov okomo adalpebnkav oL kataypadéc mou dev
Katnyoplomowouvtol olupwva pe TOo Tpotunmo ICD10, OnMwe XaPOKTNPLOTIKA TIOU
ovadEPovTal O TIOOOTIKEC WETPHOELC YLOL CWHOTOUETPLKA XAPOKTNPLOTIKA, TPWTEIVEC,
KOTTopa, HetaBoAiteg kot pkpoBiwpa. H dnuoupyla Siktuou acBevelwv pe Bacn tn
MevteAlavr Tuxatlomnoinon adopd oTNV KATAOKEUT) VOC ypadrpatog Siktuou (network), oto
omoilo oL KOpBoL avitmpoowmnelouv TIG acBéveleg | TOug PALVOTUTIOUG, EVW OL OKMEG
OVTLOTOLYOUV O€ QLTLWOELG OXECELG TIOU EKTLLWVTOL XPNOLLOTIOLWVTOG TOL CUVOTTTIKA Sedopéva
aro g GWAS. Me tnv edappoyn tng Mevtehlavn¢ Tuxatomnoinong yia kaBe {evyog ékBeonc—
dawotumou, UmopoUlV vVa EVIOTLOTOUV ONUOVTIKEC aUTwSELS eTOPACELS LETAEL aoBEeVELWV
(mx. A = B), oL omoieg 0TN OCUVEXELA HETATPEMOVIOL O KATEUOBUVOUEVEG QKUEG. To
amotéAeopa eival éva autlwdeg SiKTuo 00BeVeELWY, TO OMOLO EMITPEMEL TRV OVAYVWELON
KEVIPWKWYV  TaBodalvotumwy, Kowwv  BLOAOYIKWY  UNXOVIOUWV Kol  poTiBwv
nmoAuvoonpotntac. Eva tétolwo Siktuo pmopet va evioxuBel pe tn xpnon oudidpouwv
pevteAlavwy Ttuyalomoinoswv (bidirectional MR), avaAuoelg evalobnoiag (sensitivity
analyses m..x. Egger, weighted median, MR-PRESSO) kat xprion¢ katwdAiwv ota p-values n
ota causal effect estimates, wote va Slatnpouvtal PHOVO oL TLO AELOTILOTEG QALTLWOELS
OUVOEDELC.

ITNV OUVEXELQ, ETMAEXONKAV OL LoVaSIKEG oUOXeTioELG, adalpwvtag dnAadn kataypadEg mou
ueAetovoav TNV (bla cuoxEtion amo SLadopPETIKEG LEAETEG KAl TTPAYLATOTIONONKE avaAuon
TWV HOVASIKWY OTATLIOTIKA ONUOVTLKWY CUCXETIOEWY, Slatnpwvtog wg kKatwdAl <0.05 ota p-
values, katL mou odnynoe otnv aflonoinon 987 cuoxeticewv ¢patvotuTwy amnod Tis 3.141 mou
elyape apyika mpv tnv edpapuoyn tou KatwdAiou. Ano Tig TeAkEG kataypadEg mpoékuav
581 povadika levydaplo aoBeveLwV.

T€Aog, avamtuxOnke po oAokAnpwpevn Baon dedopuévwy n omoia mep\apPavetl to cUVoAo
Twv 3.141 PoLVOTUTILKWY CUOCXETIOEWV, EVOWUATWVOVTAG OAEG TIC Slabéoipeg mAnpodopleg
arno to apxeio dedbouévwv Excel. H Bdaon debopévwy eival dtabsoun otnv wotooeAba
https://gomedprecision.gr/DB/mendelianDB.html.

EGONIKO IXEAIO ANAKAMWHL
KAI ANOEKTIKOTHTAZ

r .t Me Tn xpnuatod6Tnon
EMGSG ¢ Eupwraikng Evwong 8

NextGenerationEU



HAZkTpovIk TAQT@opua yia Tn Paon Sedopivey Mendelian

AEAOMENA

Ewkova 1 : Ztiypotumo tn¢ Baong Asdopévwv MevteAlavr¢ Tuxatomoinong.
3. Badon 6£60pEVWV AUTLOAOYIKWY CUCXETIOEWV QG CUVVOOUPOTNTES

H katavonon twv oxéoswv HETall twv acBevewwv eival {WTIKAC onuaciag ywo tnv
QmOKAAUYN QLTIOAOYLKWY HNXOVIOUWV Kol tTn BeAtiwon twv otpatnylkwv mpoAnyng.
MNapadootakd, ta diktua acBevelwv (diseasomes) Bacilovtal otn cuoxEtion Katd Pearson
yla va cUIEPAvouV aAANAemS paoelg peTafl aoBevelwv. Qotooo, n néBodoc auth aduvarel
va AdBetl umtoPn ocuyxuTtikoug apayovteg (confounders), kaBlotwvtag TNV aKATAAANAN yLa
aodaAn altlakn cupnepacpatoloyia. H mapoloa HEAETN ELOAYEL ULA KALVOTOUO TIPOCEYYLON
XPNOLUOTIOLWVTAC TN LEPLKN cuoXEtion (partial correlation), n omola moootikomolel Th oxéon
HETAEL SUOo petaBAntwy eAéyxovtag TNV eNidpacn TwV UMTOAOLMWY, TIPOCPEPOVTOG ETOL ML
TIO aKPLPN EIKOVA TWV AUECWV KoL SUVNTIKA OLTLOAKWVY OXECEWV.

H épeuva xpnolponoinoe edopéva amno t Bdon Human Disease Network (HuDiNe), n onoia
neplAappavel mavw amnod 291.000 cuoxetioelg petafu 995 aobevelwv, BACLOUEVES O€ LATPLKA
opxela meploocotepwy amd 30 ekatoppupiwv acBsvwv Ttou ocuotiuato¢ Medicare.
Mpaypatomolndnke kKwdlkomoinon Twv oVoUATwY Twv acBevelwv pe to mpotumno ICD-10,
OAOKANPWVOVTOG £TCL TN GUVOALKA avaAuon Twv XIALadwv aAAnAemidpacewv. Epapuootnke
€VOG EKTLUNTAG ouppilkvwong TtUTou James-Stein ylo TOV UMOAOYLOMO TOU TiivaKa
ouvdlakupavongc, emtpénovtog tn Slaxeiplon peyaAou oykou SeSopEVwyY («LKPO N, LEYAAO
p»). XpnowuomnotiOnke to opto FDR < 0,01 yLa Tov MPocSLopLoUO TWV OTUTLOTIKA ONOVTLKWVY
OUOXETIOEWV. H avaAuon KaL n ONTIKOMOLNon paypatonoL)fnkay Je Tn Xprnon tTng YAwooag
R kat tou Aoylopikou Cytoscape.

To TeAKO SIKTUO PEPLKNG CUOXETLONG QVESELEE LA TILO «KaBapn» €lKOVA 0€ GUYKPLON UE Ta
napadoolokd povieha. Evtomiotnkav 7.894 onpavikéG cUOXETIOELG LETAEU 697 aoBevelwv.
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To biktuo yapoktnpiletalt wg apald (density 0.03) kot mapoucotalel pia TtomoAoyia
«eAevBepnc KAlpakac» (scale-free), omou Alyeg aoBEveleg AettoupyolV w¢ KeVTpLkol Koot
(hubs). To 6iktuo Pearson Atav oAU 1o mukvo (23.424 cucXeTioelg), mepAapBavovtag OpwE
TIOAAEG EUMPECEG N TAPATAAVNTIKEG OUVOECELS TIOU N UEPLK CUOCXETION Katadepe va
d\tpapel. H unéptaon avadeixbnke wg o mio ouvdedepévog KOUPOC Ue 247 GUOXETIOELC.
MoANEG amO QUTEG TIG OUVOECDELG (Mm.x. HE TNV Ttaxuoapkia, tn xpovia vedplk vOoo, TOV
Swafntn kat tnv abnpookAnpwon) emPeBoawdBnkav pEow HeAETwWV  MevieAlavig
Tuyxatomnoinong (MR). H uébobdog anokdaAue miBaveg cuVOEDELS TNG UTIEPTAONG LE TTABNOELG
OTWG O KAPKIVOG TOU paoTou, n evéountplwon Kot To YAaAUKWUA, oL OTtoile¢ uTtootnpilovtatl
oo emONULOAOYLKA OTOLXELD AAAQ amaLTOUV MepALTEPW SLEPEVUVNON YLOL TNV QULTLAKA TOUG
Baon. Eva amo ta mo eviladEpovia eupAUATA NTAV N AVIXVEUCN OPVNTIKWVY CUCXETIOEWVY, OL
omoleg Umopel va UMOSNAWVOUV TIPOOTATEUTIK SpAcn. XopaKTNPLOTIKA Tapadeiypata
anoteAoUV N apvnTikn oxeon HeTtafl dLaPntn Kol aveupUOUATOC A0PTNG, KABWE Kal HETOEL
UTIEPTAONG KOl AVOLaC.

H peAétn amodelkvUel OTL N avaAuon HEPLKAG CUOXETIONG O OeOOUEVOL OUVOTITLKWY
OTATLOTIKWYV (summary-level data) amoteAel £va LoYupo epyaAELO YL TNV KOATOOKEUH QLTLOKWV
SIKTUWV XWPLg TNV avaykn MPooPacnG o aToULKA SeSopéva a.oBevwy. ETUUMTAEOV, UELWVEL TG
PeUBEIC OUOXETIOELG KOL TIOPEXEL HLOL TILO EKAETITUCHEVN ELKOVOL TwWV OAAnAemSpAoewv
HETAEL Twv acBevewwv. Ta dedopéva mpogpyovtal and NAKIWHEVO MANBUOUO twv HIMA
(Medicare), yeyovog mou (owg emnpedlel TN YEVIKEUON TWV OMOTEAsCUATWY. Emiong, n
HEBodog Sev mpoaoblopilel TNV katevBuvon tTNC aUtlOTNTAC (Mol VOOOC TIPOKAAEL Tolal).
MeAAOVTIKA TIPOTEIVETAL N EVOWMATWON YeVETIKWY Sedopévwy (GWAS) kal n xprion mo
oLUVOeTWY aAyoplBUwWV ALTLOKNC CUUTEPpACATOAOYLaG.

ITn OUVEXELN, TO Opxelo Sdebopévwv OmTIKOMOLONKE Kal evowpotwlnke oe pla Baon
6edopévwy, n omola ePLEXEL OAO T ATTOTEAECUATA TNG AVAAUONG, CUUTIEPIAQUBOVOUEVWV
TWV OUVTEAECTWVY CUCXETLONG Pearson, Twv CUVTEAECTWY UEPLKING CUOXETLONG, KABWC KAl TwV
avtiotolwv TWWwv p-value. H Baon autn) eival mAéov SlaBéoiun oto €uply KOWO yla
TIEPALTEPW AVAAUCELG ATIO TNV EMLOTNOVLKA KOWVOTNTA KOl TOUG XPHOTEC.

Ta ouvoAKA amoteAéopata TNG MEAETNG €XOUV TIAPOUCLAOCTEL O0TO OLEBVEC €MIOTNUOVLKO
ouvedplo 12th International Work-Conference on Bioinformatics and Biomedical Engineering
(IWBBIO 2025, July 16th-18th, 2025, Gran Canaria, Spain) kat £xouv dnuooteutel otov dLebvn
oUAAOYLKO TOpO (Kontou et al., 2026).

Adou neplopioape to diktuo cuvvoonpotitwy o€ {evyn ICD-10, mpoxwPNOAUE OE CUYKPLON
he 1o Siktuo MevdeAlavig Tuxatomoinong. Metd tnv opoyevormoinon, to Siktuo Hudine
niepleixe 7.179 akpég, evw to diktuo tng MevdeAlavrc Tuxalomoinong 581 akpec. H évwon
Twv KopPBwv aviABe oe 688, opilovtog xwpo ovykplong M = n(n-1)/2 = 236.328 SuvnTKWV
OKMWV. H Topn Twv SIkTOwv mepleixe 48 KOWEC aKUEG, Le 7.131 akpUEC va elval OTMOKAELOTIKEC
tou Hudine kat 531 amokAelotikég tou Oiktvou Mevbehiavr¢ Tuxalomoinong. o
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UTIEPYEWUETPLKOC EAEYXOC KATEANEE OTO CUUMEPOCHA OTL N TAPATNPOUHEVN eMKAAUYN glval
OTATLOTIKA ONUOVTIKA UE p-value = 6,95 x 1070, To yeyovdc auto emiBeBatwvet OTL n oxeon
TwV SUo Sdiktuwv bev ival Tuxaia, aAAd utodnAwVeEL LOXUPO Koo BLoAoyikd umtoBabpo. 2tn
OUVEXELA E0TLALOUME 0TO UTIOSIKTUO TWV 48 KOWVWV OKULWV YLaL AETITOUEPT OTITIKOTIOINoN KOl
AELTOUPYLKN EpUNVELQ.

Acute upper respiratory infections of
Other respiratory disorders multiple and unspecified sites

Pneumonia organism unspecified

Schizophrenia Malignant neoplasm of breast \ /

\

Abnormalities of breathing

~~ \0 Essential (primary) hypertension 3
Parkinson's disease lor cataract

’ Obesity
Leiomyoma of uterus
Other rheumatoid arthritis,
Abdominal and pelvic pain //
Heart failure Asthma
Endometriosis Wr diseases of oesophagus W;‘gsclemsls

Epilepsy 2 diabetes m:
\ Maligfiant neoplasm of oorpus
ons and ill-defined g i \
descriptions of heart disease i
w and other lipiaemia:
\ /

Mental and behavioural disorders
due to use of alcohol

Atherosclerosis

i

Acute myocardial infarction

Migraine
Poisoning by psychotropic drugs
not elsewhere classified

Other noninfective gastroenteritis )
and colitis / \ / Other peripheral vascular diseases

Other disorders of urinary system Aizheimer's disease /

Malignant neoplasm of pancreas
Gastritis and duodenitis

Ewova 2: Aiktuo acBevelwv Twv 48 kowwv aAnAsndpacswv (Common Hudine-Mendelian
Network).

To kowod umodiktuo (38 kopPoi, 48 akUEG) xopaktnpilletal omo YapnAn mukvotnta
(density =0,034) kat péco Pabuod ~2,53, otolxeio mou umodnAwvel pla apaty aAAd
OTOXEUMEVN ouvdeopotnTa. Mapd tn omaviotnTa TWV OKUWY, N XUPAKTNELOTLKN amootoon
elvar pikpn (1,827) kat n SLAPeTpog LOALS 4, apa ta eplocotepa {eVyn VOO UATWY ATIEXOUV
1-2 BApata. O moAU xapunAog ouvtedeotng cucowpatwong (clustering = 0,060) Seixvel otL n
doun Gev elval tuxailo, oAAd opyavwpévn YUpw OmO OCUYKEKPLUEVOUG KOUPBouc-hubs.
JuyKeKkpLpéva, avadelkvuovtat o Zakxopwdng AtaBntng Tumou 2 (E11) ko n KatabAwpn (F32)
pue 14 aAAnAembpdoelg €kaotog, Kabwg kal ol Awatapaxé¢ xprnong AAkooA (F10) pe 8
oAANAeTdpAoElG. H OUYKEVTIPWON TWV OKUWV YUPW OO autolC Toug¢ ¢alvotumoug
UTTOYP O ULZEL TOV KEVTPLKO —KaL TILBavWE attwdn— poAo TnG HeTaBOALKNC amoppUBOuULoNg Kat
™m¢ YuxikAg uyelag, kabwg ouvdéouv ApEcH TA CUCTAMATO OUTA HE OCOPOpPEG

ouVVOoOoNPOTNTEG, OTIWCE Kapdlayyelakeg nadnoelg (125, 150) kat veomAaoieg (C50, C25).
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Nivakag 1: Ot 48 KowEG akpEG HeTtal Twy diktuwv Hudine kat MevéeAlavig Tuxatomoinong.
JuuneplhapBavovtal 1o péyebog emidpaong (effect size) tou &iktuou MevdeAlavig

Tuxatlomoinong Kat n LEPLKr cuoxETion (partial correlation) tou diktuou Hudine.

ICD10_1 Disease_Name_1 ICD10_2 Disease_Name_2 Effect Size Partial

Correlation
D25 Leiomyoma of N80 Endometriosis 0.7747 0.1462
uterus
E11 Type 2 diabetes C25 Malignant 0.1222 0.0133
mellitus neoplasm of
pancreas
E11 Type 2 diabetes C50 Malignant 0.3577 -0.0031
mellitus neoplasm of
breast
E11 Type 2 diabetes C54 Malignant 0.0770 0.0045
mellitus neoplasm of

corpus uteri

E11 Type 2 diabetes G20 Parkinson's 0.1906 -0.0067
mellitus disease

E11 Type 2 diabetes G30 Alzheimer's 0.0639 -0.0052
mellitus disease

E11 Type 2 diabetes H26 Other cataract 0.0906 0.0440
mellitus

E11 Type 2 diabetes 110 Essential (primary) 0.0823 0.0884
mellitus hypertension

E11 Type 2 diabetes 125 Chronic ischaemic 0.1008 0.0392
mellitus heart disease

E11 Type 2 diabetes 150 Heart failure 0.1120 0.0653
mellitus

E11 Type 2 diabetes 173 Other peripheral 0.1385 0.0359
mellitus vascular diseases
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E11

E66

E66

E66

E66

E66

E78

F10

F10

F10

F10

F10

Type 2 diabetes
mellitus

Obesity
Obesity

Obesity
Obesity

Obesity

Disorders of
lipoprotein

metabolism and
other lipidaemias

Mental and
behavioural
disorders due to
use of alcohol

Mental and
behavioural
disorders due to
use of alcohol

Mental and
behavioural
disorders due to
use of alcohol

Mental and
behavioural
disorders due to
use of alcohol

Mental and
behavioural

EANGda
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MO6

E11

125

145

M10

RO6

F32

E11

F32

110

121

125

Other rheumatoid
arthritis

Type 2 diabetes
mellitus

Chronic ischaemic
heart disease

Asthma
Gout

Abnormalities of
breathing

Depressive
episode

Type 2 diabetes
mellitus

Depressive
episode

Essential (primary)
hypertension

Acute myocardial
infarction

Chronic ischaemic
heart disease

0.0478

0.6739

0.0526

0.1873

0.2079

0.2007

0.0440

0.5976

0.6172

0.4729

0.3756

0.4863
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-0.0122

0.0638

-0.0024

0.0215

0.0151

0.0180

-0.0054

-0.0064

0.0106

0.0073

0.0171

0.0123
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F10

F10

F10

F20

F32

F32

F32

F32

F32

F32

F32

disorders due to
use of alcohol

Mental and
behavioural
disorders due to
use of alcohol

Mental and
behavioural
disorders due to
use of alcohol

Mental and
behavioural
disorders due to
use of alcohol

Schizophrenia

Depressive
episode

Depressive
episode

Depressive
episode

Depressive
episode

Depressive
episode

Depressive
episode

Depressive
episode

EANGda
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150

171

173

G20

E11

G20

G30

G40

150

151

K22

Aortic

Heart failure

aneurysm
and dissection

Other peripheral

vascular diseases

Parkinson's
disease

Type 2 diabetes

mellitus

Parkinson's
disease

Alzheimer's
disease

Epilepsy

Heart failure

Complications and
ill-defined
descriptions of
heart disease

Other diseases of
oesophagus

0.4080

0.3243

0.3130

0.0846

0.4343

0.2642

0.1065

0.2458

0.2174

0.2331

0.1984
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-0.0049

0.0086

0.0161

0.0162

-0.0028

0.0287

0.0226

0.0073

0.0055

0.0069

0.0123
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F32

F32

F32

F32

F32

G35

G35

G43

110

110

110

Depressive
episode

Depressive
episode

Depressive
episode

Depressive
episode

Depressive
episode

Multiple sclerosis

Multiple sclerosis

Migraine

Essential

(primary)
hypertension

Essential

(primary)
hypertension

Essential

(primary)
hypertension

EANGda
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K29

K52

N39

R10

T43

125

150

125

106

J18

198

Gastritis and

duodenitis

Other
noninfective

gastroenteritis

and colitis

Other disorders of
urinary system

Abdominal and

pelvic pain

Poisoning by

psychotropic

drugs not

elsewhere

classified

Chronic ischaemic

heart disease

Heart failure

Chronic ischaemic

heart disease

Acute upper
respiratory

infections of
multiple and

unspecified sites

Pneumonia

organism

unspecified

Other respiratory

disorders

0.2359

0.2156

0.1923

0.2327

0.3014

0.0385

0.0396

0.0659

0.1009

0.1346

0.1465
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0.0110

0.0086

0.0215

0.0106

0.0204

-0.0032

-0.0037

-0.0029

0.0039

-0.0064

-0.0048
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121 Acute myocardial 170 Atherosclerosis 0.4498 -0.0054

infarction
125 Chronic 170 Atherosclerosis 0.4385 0.0185
ischaemic heart
disease
125 Chronic MO06 Other rheumatoid 0.0827 -0.0037
ischaemic heart arthritis
disease
YuoxéTion Effect Size kai weightpcor (Pearson r = 0.563)
‘bb-Eﬂ
0.20 1
‘TO*FEZ
& ‘25-\70
E. 0.15 1 @25-N80
<
5
2
[
Z 0.10
5
g
S
QL
=
0.05 -
0.00 A

O].1 OI.2 Oi3 Oi4 O‘.S O‘.é O‘.7 OI.8
Effect Size (Mendelian Randomization)
Ewova 3: Aldypappo dlaomopdg (scatter plot) mou amewkovilel T CUOYXETION UETALU TOU
pueyeboug emibpaong (effect size) tng MevdeAiavr¢ Tuyxalomoinong kot TG HEPLKAG

ocuoyétiong (weightpcor) tng AvaAuong Tou Alktuou ZuvvooupoTnTa .

To Sduaypappa Staomopdg (Scatter Plot) avadeikviel pia Btk cuoxétion (Pearson r = 0.56)
HETAEV TOU yeVeTIKOU peyéBoug enidpaong (Effect Size) kal tTng oTABULOUEVNC POLVOTUTILKAG
ouoxetiong (weightpcor). H avodikn taon tng ypappung moAwvépounong umodelkvuel OtL
{elyn VOONUATWY HE LOXUPOTEPN YEVETIKN altiwdn oxéon teivouv va epdavilouv kat
unAdtepn cuvvoonpotnNTa ota KAWLKA dedopéva. Zevyn mou Eexwpilouv oto avw Seél
TETAPTNUOPLO, OTwG N Maxuoapkia pe tov Atapntn (E66-E11) kal ot Atatapoxeg AAKOOA e

Vv KatabAwpn (F10-F32), emiBefatwvouv tnv toxupn BloAoyikn Kal KALWVLIKA Tou¢ cuvdean,
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kaBwg napouotalouv tauvtoxpova uPnAd YeVETIKO ploko Kal uPnAr cuxvotnta cuvumapeng

oto §iktuo.

4. Avamntuén kat A§loAdynon MovtéAwv NpoPAsPng KwvdUvou Bloxnuikwv AgIKTwv

J€ OUTO TO KOMUMATL TNG MEAETNG ETUKEVTIPWONKAUE ot TPel Paoikolg Afoveg: TN
ouMoyn/énuloupyia Blotatpkwv SeSOUEVWY, TNV EKMALEELON TWV TIPOYVWOTLKWY HLOVTEAWY
Kal TNV afloAdynor toug. ApxLka, €ylve Kwdikomoinon Twv e€etdoswv Baosl Tou dteBvoug
nipotumou Logical Observation Identifiers Names and Codes (LOINC). lNa tnv eknaidsuon twv
HOVTEAWV, Xpnolhomolifnkav ot BLoXNULKEG EEETACELG TTOU Ttapouatdalovtal otov MNivaka 2.

Nivakag 2: Kwdwol eéetdoewv npog avaAuon katd npoturo LOINC.

Kwéwkag LOINC Ovopa e&étaong
2085-9 Cholesterol in HDL
2093-3 Cholesterol
2160-0 Creatinine
2339-0 Glucose
2571-8 Triglyceride
3016-3 Thyrotropin
4548-4 Hemoglobin Alc
18262-6 Cholesterol in LDL

Ma tnv ekmaidevon Twv PLovtéAwy, xpnotpomnolntnke éva cuvolo cuvBetikwyv dedopévwy. H
mapaywyn toug Baciotnke ota puactoloyikd eVpn avadopdg, 6nw opilovrat amnod tn Slebvn
BBAloypadia kat tov Maykoéouo Opyaviopo Yyeiag (MOY). Mpokelpévou va dtaodaAlotel o
PEOALOUOG Kol N duolkn Stakupavon Twv Sedouévwy, UTTOAOYIOTNKE N TUTILKY AmOKALON,
AapBadavovtag unmoyn maykoopLeg TMANBUOULaKEG peAETeg Tou MOY, KabBwg Kat, Omou NTav
Sla0éoipueg, oxetikég mAnpodopieg yia tnv EAAada. MNa mapdadelypa, katd tn Snuioupyia Tou
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ouvoAou Sedopévwy yia tnv HDL, n Katavoun Twv TIUWV Kaboplotnke Pe BAcn TG EMICNUEG
avadopécg tou MNOY yia tnv EANadSa (mepiodog 1980-2018) Kal TG AVTIOTOLXEG TTOYKOOHLEG
avadopEg.

ITn CUVEXELQ, OXESLAOTNKE N APXLTEKTOVIKN TOU cuoTnpatog npoPAedng piokou. Ztdxog Tou
OUOTNUATOG £ival va TIPoPAEYPEL TO PLOKO TOU ATOHOU Vo £lval EKTOC GUGLOAOYLIKWY Oplwv
otnv enopevn Bloxnuikn e€€taon. H mpotelvopevn mpoogyylon Baaoiletal os Kablepwpéva
HOVTEAQ KLVSUVOU KOl TIPAKTLKEG, OTIWC Tteplypadovtal otn oxetikn dtebvn BipAoypadia. MNa
TO cuoTNUA auTto BaclotAKape otov alyoplBpo Mnxavikng Mabnong Random Forest (RF)
KaBwg kal otoug aAyopiBuouc Babiag Mabnong onwg Recurrent Neural Networks (RNNs) kait
Long Short-Term Memory (LSTMs).

To teAkd poviédo mpoPAedng piokou PBaciotnke otn pEB0dO ouVOUAOCTIKWY HOVIEAWV
(ensemble models) kat o cuykekplpéva o éva Weighted Ensemble Model. Zuvéualoupe
TG PoPAEYELG Kot TwV TPLwV povtéAwv (RF, RNN, LSTM), xpnowuomnowwvtag Bapn (weights)
Tou KaBoplotnkav eUneLpLka, Baclopéva otnv anddoaon Tou KABe HOVTEAOU PEUOVWEVA OE
niponyouuevo otadlo (Theocharopoulos et al., 2025). O otdxocg eival va mapoupe ta Suvatd
oTolxela amno KABe apXLTEKTOVLIKA.

MNa tnv aloAdynon Tou cuoTaTog XPNnoLlomnoloupe Sedopéva mou to povieho Sev ixe Sel
Kata tn Sldpkela tng ekmaibevonc. MNa ™ duvatotnTta Xprong Tou CUCTHUOTOC £XOUV
eloaxBet 15 eyypadég otn Paon Sedopévwv WOTE va UMOPEL var TPEEEL TO TIPOTELVOUEVO
cvuoTnua.

To HOVTEAO QUTO KoL Tta dedopéva evowpaTwOnKAV OTOV LATPLKO PAKEAO Kal gival ekel
StaBéoua otnv Evétnta Epyaciag 12.

5. 2uvOetikA yevetika dedopéva aobevwv

MNa ™ SlaocddAion tng mMpootaciag Twv TMPOCWIIKWY OSeS0UEVWY, TpayHATONOLONKE
npocopoiwon Blolatpikwv SeSopuévwy avadopLlkd PE TOV YOVOTUTIO “MPOTUNwWY” aoBevwv
mou Ba evraxBouv otov Latplkod pakelo. H Stadikacia Eekivnoe pe tnv emthoyn apxtkol
opxeilou ano ™mv mAatdopua Michigan Imputation Server 2
(https://imputationserver.sph.umich.edu/#!), To omolo mep\appave atopka dedopéva 50

QTOMWV. ITo MAaiolo tng i6Lag mAatdopuag, Slevepynbnke MOLOTIKOG €AeyXOG, imputation
TOAUHOPPLOPWY HECW Tou gpyadeiou Minimacd kat phasing pe T Xprion Tou AOyLopLIKoU
Eagle, wote va e€axBouv oL yovotumol pe Bdon Tov uno PeAETn MANBUOUO.

ITn Ouvéxela, emAEXOnke tuxalo To OSelypa pe Kwdk ovopooia “HG00096” wg
OVTUTPOOWTEUTIKO  apxelo atopwkwv Sedopévwyv. AkoAoUBnos petoTpomn TwWV
CUVTETAYHEVWY TOU yovidlwpatog amnod tnv ékdoon hgl9 otnv ékdoon hg38 e tn xprion Tou

r .t Me Tn xpnuatod6Tnon
EMGSG ¢ Eupwraikng Evwong 18

EGONIKO IXEAIO ANAKAMWHL

KAl ANGEKTIKOTHTAZ NextGenerationEU


https://imputationserver.sph.umich.edu/

epyaleiov CrossMap (https://github.com/liguowang/CrossMap). To TeAlkO apxelo

xpnotpomnolndnke wc¢ avadopa (reference) yia tn dnuovpyia 18 smutAéov apxeiwv, ota
omola TpomomnolBnkav OTOXEUHEVA CUYKEKPLUEVOL TTOAUHOPdLoOMOL Tou oxetilovtal He
eTUAEYEVEG a00EveLEG Kal pappakoyovidia.

EldikoTepQ, yla KABe Eva amo ta mapaxBevra apyeio EMAEXONKE UL CUYKEKPLUEVN oBEVELD
KOL EVTOMIOTNKOV OL OXETKOlL yevetikol ouoxetiopol péow Ttou GWAS Catalog
(https://www.ebi.ac.uk/gwas/). H tpomonoinon twv dedopévwy mepAapave tn LETATPOTH

TWV yovoTUTIwV o€ opoluywtia wg mpo¢ To eVOAAAKTIKO aAAnAopopdo. Me tnv idla
ueBodoloyla mpaypatonmolbnkov TPOTOTMOLCELG KAl OE TIOAUMOPLOMOUC TTou adpopouv
dappakoyovidla, Tpokelpévou va e€umnpetnBolv oL OVAYKEC TWV HETOYEVECTEPWV
avaAUuoswy. Ta TEAKA apxeia auTwy Twv acBevwy xpnoLlomnotndnkav Le TG pebodoug mou
avamntuooovtal oto M7.2 kot mpoékuav £Tol dedopéva yla acBEVELEG LOVOYOVLOLOKOU
xopaktipa, PRS kal anmoteAéopata GpapUoKoyoVISLWUATLKAG AVAAUGCNG TTOU EVOWHATWONKAV
OTOV LOTPLKO PAKEAO.

Ta evprjpata Twv avaAuoswv PRS onwg neplypadovtat otnv M7.2 oL onoieg epapudotnkav
ota apxela Twv 0oBsvwv, N KATAOKEUN TWV Omolwv Tponyoupévwg avedépbnke, Ba
EVOWHATWOOUV OTOV OTOMLKO LATPLKO dAKeAO Omou yla kaBe aoBevr) Ba kataxwpouvtal Ta
akoAouBa nedia, omwe ¢paivovral otov Mivaka 3.

Nivakag 3: Nedia avaluoswv PRS otov Latplkd dpakelo.

PRS ID To povadikd avayvwpLloTiko tou polygenic score yla kAOe trait,
OMwg elval kataxwpnuévo oto PGS Catalog

PRS ID link JUv8eopOG MPoG TNV avtiotown eyypadn oto PGS Catalog

PRS Publication AVOyVWPLOTIKO TNG EMLOTNUOVLKAC dnuoacieuong amod tnv omnoia
TipoEpxetal to PRS

PRS Publication JUVOEOUOG IPOC TNV EMLOTNOVLIKY dnpocievuon oto PGS Catalog

link

PRS Trait O dawvotumog, voonua f XOpaKTNPLOTIKO YLO TO OTtolo umoAoyiletal
to PRS

PRS Number of O ouVOALKOG aplBPOG SNPs TTou XpNOLUOTIOLEL TO CUYKEKPLUEVO PRS

Variants

PRS Genome Build | Novibiwpa avadopdg mou xpnotomnonke yla tnv avaAuon
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PRS Match %

To 0c0ooTO TwV variants tou PRS mou BpéBnkav oto apxeio tou
0a0Bevoug

PRS Total Variants
Matched

AplBuOC variants mou avtlotolyibnkav emtuxwg oto Selypa

PRS Total Variants

AplBu6¢ variants tou PRS mtou dev BpéBnkav oTo apxelo Tou

Unmatched o0Bevoug
PRS FID Family ID tou apxeiou
PRS IID Individual ID tou apyeiou

PRS Patient score Akatépyaoto polygenic risk score tou acBevoug

PRS Mean Méon twun PRS otov mAnBuouo avadopadg
PRS Variance AwokUpavon PRS otov mAnBuopd avadopag
PRS SD Turukn anokAwon PRS

PRS Patient z-score | Z-score tou acBgvoUg (amokAlon anod Tov HEco MANBUOUO o€

povadeg SD)

PRS Percentile of
patient

MNoocootnuoplo Tou acBevolg atov MANBuoud avadopdc (oXeTIKA
B€aon kwduvou)

6. Avamtuén tou Sadiktuakol epyaleiov Flame (v2.0) yia tn Asttoupyiki avaAuon
Ko evomoinon BLoAoylkwv SESO0HEVWVY

1o MAQLOLO TNC evotnTag £pyaociag, avamtuxdnke to Flame (v2.0), éva mponypévo Kot
Stadpaotikd Sladiktuakd epyaleio avaAuong, TO ONMOI0 EVOWHOTWVEL SeSopéva Kal
HeB6Soug amod moANamAEG TMAATDOPUEG AELTOUPYLKNG EUMAOUTIONEVNG avaAuaong (g:Profiler,
aGOtool, Enrichr kat WebGestalt), emitpénovtag cuvbuaoTtikr SLepelivnon Kol OmTikomoinon
Twv amoteAsopdtwyv. To Flame umootnpilel: Emnefepyacia moAAamAwv Alotwv
YoVISIwV/TPWTEIVWV KaL QTELKOVLON CUVOAWV £vwong 1 TOURC péow Stadpaotikwv UpSet
plots. Autopatn e€aywyr BLOAOYIKWY OVIOTATWY OO €AeUOEPO KEIPEVO UE TEXVIKEG text
mining kat Named Entity Recognition (NER). Ava@Auon HoVOKAWVLKWVY TTOAULopdLopwy (SNPs)
Kal €éoywyn TwV OXETIKWV yovidiwv. Awadpaotikr emiloyn kot avaAuon Siadopikd
ekppaopévwy yovidiwv péow volcano plots. H tpéxouoa ékdoon unootnpilel mAéov 14.436
0pPYOVLOHOUG, CNUAVTLKA avénon og oxéon Ue Toug 197 tng apxkng €kdoong. 1o EMOUEVO

otadlo, oxeSLAlOUUE TNV EVOWHATWON VEWV SE50UEVWV KL AELTOUPYLWV VLA TNV UTIOOTAPLEN
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atttohoykng Slepevvnong Baoel peyaAng KALpaKkag MANBUCULOKWY Kol YOVISLWUATIKWY
Sebopévwy. EmutAeov, Bploketal og €EALEN LD EKTEVIC EUTIELPLKT) CUCTNUATLKI AVOLOKOTINGN
™ SteBvoug BipAloypadiag, pe okomd tnv kataypadn Kal Katnyoplomoinon OAwv twv
aLOTILOTWY OUOXETIOEWV METAEY aLVOTUTIWY TIOU €XOUV TIPOKUWPEL HEOW MEVTEAKNG
Tuxatlomnoinong (Mendelian Randomization). Ta e6opéva autd os cuvepyaoia e TV opada
tou MNavemniotnuiov Oecoaliog emefepyalovial KoL OpyavwvovtolL O pla véa Baon
6ebopévwy, n omnola Ba evowpatwBel oto Flame, emitpénovtag otoxeupévn avaiuon Kot
OLOAELTOUPYLIKOTNTO HE TA QNMOTEAEOUATA AELTOUPYLKOU EUTAOUTIOMOU. H evowpdtwon
ouUTWV Twv dedopévwy Kal peBodwv oto Flame v2.0 avolysl Tov 6popo yla €va euputepa
XPNOLUO €PYAAELO OUOTNULKAG BLOTATPLKAG, TTOU UTIOOTNPL(EL TN AELTOUPYLKN €PUNVELQ, TN
BLoAoyLKN TEKUNPLWON KaL TN XapTtoypddnon aLTloAOYLKWY INXAVIOUWY UETOED PalvoTUTIWV
Kal aoBevelwv. H mapandavw epyacia neplypadetal avaAutika otn dnuooieuon: Evangelos
Karatzas, Fotis A Baltoumas, Eleni Aplakidou, Panagiota | Kontou, Panos Stathopoulos,
Leonidas Stefanis, Pantelis G Bagos, Georgios A Pavlopoulos, Flame (v2.0): advanced
integration and interpretation of functional enrichment results from multiple sources,
Bioinformatics, Volume 39, Issue 8, August 2023, btad490,
https://doi.org/10.1093/bioinformatics/btad490.

7. Avantuén g Baong dedopivwv neomerDB yla TNV TOwTOoMoinon kot aglomoinon
KOPKLVIKWV BLodeLkTwv

H avamtuén PBlodeiktwv yla mANBuoplokO €Aeyxo, €ykalpn avixveuon Kopkivou,
TIAPOKOAOUONGCN KAl EMLTAPNOCN UTIOTPOTIWYV TIPOOPEPEL ONUAVTIKEG Suvatotnteg BeAtiwong
TwV ekBacewv Twv acbevwyv Kal cwtnpiag {wwv. Ta nullomers sivat pikpad k-pepn (k-mers)
mou amnouaotalouv amnod to avBpwrivo yoviSiwpa KoL Ta neomers anoteAoUV TO UTTOCUVOAO
Twv nullomers mou epdavidovtatl emavelAnUUEVA AOYW CWHUATIKWY UETAAAAEEWY KOATA TN
SLapKeLa TNG avamtuéng Tou kapkivou. ESw, avamtuéape tn neomerDB, pia Bacn SeSopévwy
Tou TepAapBavel Evav KataAoyo Twv heomers o€ S1aPpopoug TUOUG KOPKIVOU Kal opyava.
E€etaoape 10.000 deiypata aAAnAouxiong oAdkAnpou eéwpatog (whole exome sequencing)
Kall 2.658 Seiypata aAAnAovylong oAokAnpou yoviSiwpatog (whole genome sequencing) mou
OVTLOTOLYOUOAV OE OYKOUG, KOL EVTOTILOOLE TO 0UVOAO TWV heomers TTou oxetilovtal pe KaOe
TUTIO Kapkivou Kal opyavo. AvaAUcape emiong 76.215 oAokAnpa yoviStwpata kot 730.947
OAOKANpa ewpata aTOHWY amo SLadOoPETIKEG KATAYWYEG, amd Ta omola adalpécape ta
nullomers kaL ta neomers mou Wmopel va mpokUPouv Adyw PBAACTIKWV TopaAlaywv
(germline variants) otov mAnBuopd. TéAocg, Sle€ayayape o HEAETN TMeplMTWONG TMOU
amobelkvUEL OTL T neomers WUMOPOUV va xpnolgomownBouv yla tnv avixveuon Tou
yAoloBAaoctwpatog and Seiypata vypng Bloyiag (n = 38), xpnoldomowwvtag eAeVBepo
kuttapwv DNA (cell-free DNA) kat eAeUBepo kuttdpwv RNA (cell-free RNA), emtuyxavovtag
BaBuoAoyia 0,98 otnv KapumuAn Asttoupylkol XapaktnplotikoU Aéktn - EpBadov Katw amno
Vv KaumuAn (ROC-AUC) kat BaBuoloyia akpiBetag-avakAnong (precision-recall) 0,99. H
neomerDB eival pla evxpnotn Baon SeSopévwy MOV ETUTPETEL TPONYUEVEC avalnTnoEeLg,
Tapéxel SLadpaoTikEG amelkovioelg katl erthoyég AnPng (download) yia toug BLodeikteg
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neomer. H neomerDB sival dtaB&oiun oto Kowo otn dtevBbuvon https://neomerDB.com/.» H
mapanmavw epyacia meplypadetal avaAutika otn dnuocicuon: Kimonas Provatas, Candace S
Y Chan, loannis Kerasiotis, Eleftherios Bochalis, Akshatha Nayak, Brad E Zacharia, Georgios A
Pavlopoulos, Wei Li, llias Georgakopoulos-Soares, neomerDB: a comprehensive database of
neomer biomarkers in cancer, Database, Volume 2026, 2026, baag006,
https://doi.org/10.1093/database/baag006.
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