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AfrLoon pn Aoyokiomi)g

Anloveo vrevBvva kol yvopilovtag Tig kKupdoelg tov N. 2121/1993 mepi [Mvevpatikng
[d1oktoiog, 6Tt | Tapovoa peTamTLYIOKY EpYacia lval € OAOKANPOV OMOTEAEGHO KNG
OV EPEVVNTIKNG EPYNUCING, OEV OTOTEAEL TPOIOV AVTIYPOAPNC OVTE TPOEPYETOL OO avdfeon
o€ Tpitovg. Oheg o1 mnyég mov ypnopomodnkay (Kabe eidovg, LopPTG Kot TPOEAELOTG) Y10l
™ ovYyypaen ¢ mepthappdvovtar ot Pioypaeia.

Enifeto, Ovopa

[Téxov Eppovovéra

Ymoypaon



EYXAPIXTIEX

Me avti v TTuylakn epyocio, o N0eda va evyoploTiom OA0LVG ekEivoLg TOV GLUVERAAY,
dueca kol éupeca, oty mpaypoatonroinon te. Ilpota an’ 6Aa, gvyaplotd Bepud tov
emPAénovta kaOnynm K. [1étpo KapPéin yia v cvvepyasio kot Tov ypodvo mov d1ébece
oV kafodnynon avtng g epyacioc. Idwitepeg evyapiotieg opeilm TNV 0KOYEVELD OV
Yl TV GUUTOPAGTOCT) KoL TNV LIOSTHPIEN TOV LoV TPOGEPEPAY KOO™ OAN TN O1dpKELD TV
omovdaV pov. Télog, Ba Beia va evyapleTHO® TOVS PIAOVLE OV, TTOL GTAOMKAV GTO TAELPO

LoV KOl [LE EVOApPLVAY VO UMV TO TOPOTAM TOTE.



HEPIAHYH

2T0)0G TNG TOPOVGOG TTLYLOKNG EPYACTAG Elval 1 oYedioon Kot 1) O1Hovpyio Lo CVTONOTNG
VTOAOYIOTIKNG pong (data pipeline) pe okomd v €bpeon Kal TV 1EPEPYNON YOVIOI®V TOV
oyetilovian pe ™ Awatapayr] Avtiotikod PAcpatog. Ady® TG HEYAANC TOAVTAOKOTNTAG
TOV BOAOYIKOV dEdOUEVOV, M XPNOT cLYYPOVEOV HEBOdWV avAalvong JIKTH®V Kpivetol
amopoaitntn, Koldg ot mapadoclokeés oTaToTikEG HEBodoL mapovsldlovy GNUOVTIKOVS

TEPLOPLGLOVG,.

Ocov agopd ™ pebodoroyia, avomtdybnke £vag TPOYPOLUOTIOTIKOG UNYOVIGUOS TOV
Baciletar otov alyopBpo pdbnong avomapdotoong ypaewv node2vec. O olyopOuoc
EQUPUOCTNKE TAV®D 0TO peydro Proroyikd diktvo BioSNAP kot katdpepe va petatpéyet
TNV TOTOAOYIKT SOUN TOL dkTVOV Gg padnuatikd dtavocpata (embeddings). Xtn cvvéyeta,
pécm G HeTpkng tov cvvnuitovov opowdtntag (Cosine Similarity), vmoAoyictnke n

€YYOTNTA CLTOV TOV SIOVUGLATOV LE TOV KOUPO-GTOYO0 TOV AVTIGHOV.

To amoteléopata £3€1Eav OTL TO POVTELO KOTAPEPE VA KaTOTAEEL OTIG TPpDTEG BETELS YOVidla
mov gival dtebBvdg avayvopiopéva amd v kKMvikn BipAtoypaeia yio T GOVOEGT] TOVS LE TOV
Avtiopo, Paclopevo amoKAEIGTIKE Kot povo otn doun tov dwktvov. [Mapdiinio, M
GUYKPLTIKN avAAvoT pe evaAlaktikovg aiyopifuovg (DeepWalk, LINE) kou kAaotkovg
Oeikteg (Jaccard, Adamic-Adar) amédeie v EexdBoapn LTOAOYIOTIKY] LIEPOYN Kot
otafepdtnTa Tov node2vec, £W0KA 6 GLVONKEG OOV Ta PloloYiKd dedopéva efvol AT 1)

apoLd.

Youmepacuatikd, mn gpyocio avadeikvoer v afla tov node2vec Kot mwOPOVGIALEL
UEAAOVTIKEG TPOOMTIKEG €mEKTAONG, Om®G M petdPfaocn oe Nevpovikd Aiktvo I'pheov
(GNNs) kot n evoopdtmon emmAéov KAvikov Ko poplakav dedopévov (HPO, GTEX),

gvioyvovtog v épguva otov Topéa g latpikng AkpiPeioc.

AéEgrc-kreond: Avaivon Awtdvmv, node2vec, Opordtta Xvvnuitovov, Avtiopog,

BilomAnpopopikn



ABSTRACT

The aim of this thesis is to design and create an automatic data pipeline for the discovery
and prioritization of genes associated with Autism Spectrum Disorder. Due to the high
complexity of biological data, the use of modern network analysis methods is considered

necessary, as traditional statistical methods have significant limitations.

Regarding the methodology, a programming mechanism based on the node2vec graph
representation learning algorithm was developed. The algorithm was applied on the large
biological network BioSNAP and managed to transform the topological structure of the
network into mathematical vectors (embeddings). Then, through the Cosine Similarity

metric, the proximity of these vectors to the Autism target node was calculated.

The results showed that the model managed to rank genes that are internationally recognized
by the clinical literature for their association with Autism in the first places, based solely on
the network structure. At the same time, the comparative analysis with alternative algorithms
(DeepWalk, LINE) and classic indicators (Jaccard, Adamic-Adar) demonstrated the clear
computational superiority and stability of node2vec, especially in conditions where

biological data are incomplete or sparse.

In conclusion, the work highlights the value of node2vec and presents future expansion
prospects, such as the transition to Graph Neural Networks (GNNs) and the integration of
additional clinical and molecular data (HPO, GTEx), enhancing research in the field of

Precision Medicine.

Keywords: Network Analysis, node2vec, Cosine Similarity, Autism, Bioinformatics
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1.Ewoayoyn

1.1 YmolhoytoTIKEG TPOKANGELS OTNV OVAAVGY] OEO0REVEOV AVTIGTIKOV

®dopatog

H perém g Awtopayng tov Avtiotikod ®dopotog (ASD) amoterel éva amd o Mo
TOAOTAOKO TTPOPAAUOTO. OTN GUYYPOVN VTOAOYIGTIKN Proioyia, wupimg Adym NG
TOALTOPOYOVTIKNG KOl ETEPOYEVOVS GUONG TNG. H YEVETIKN apYITEKTOVIKT] TOL GLTIGHOV
TEPLYPAPETAL MG EVAL VPV KOAANAOLOPPIKO PAGLOY, TO OTOI0 OTOTEAEITOL OO GTAVIES
TOPOAAAYEG GE EKATOVTAOESG YOVIOld, OAAG Kot amd £vov Koo mTOAVYOVISKO Kivouvo og
yMddeg yevetikég Béoeic (loci) (Iakoucheva et al., 2019). Avtd onuaivel 6tL N dratapoyn
dgv opeiletarl o €va PHEPOVOUEVO YOVISL0, OAAG TPOKVOTTEL ad TN GLVOVACTIKY dpdom

TOAADV TAPAYOVIWOV TOV AAANAOETLOPOVY UETAED TOVC.

A6 TPOYPAPNATIOTIKNG TAELPAG, 1| SuoKoAa otnpiletal 6To YEYOVOG OTL TO EUTAEKOUEVOL
yoviola mapovstalovy woyvupn AAANAEEAPTNOT GE EMIMEDD LETAYPOPIKDV KOl TPOTEIVIKOV
owtowv. Ta yovidiw avtd Aeitovpyodv ¢ puOUIGTEG NG VELPOOVATTLENG KOl TMV
CUVOTTTIK®OV TPOTEIVOV  (synaptic  proteins), €mnpealoviag GULVOAIKA TN VELPIKN
dpaoctnprora. H avéykn va optotodv dapopeticol vrdTumot (subtypes) Tov AvTIGHOoD pe
Bdon to yopaKIPIoTIKE TOV YOVISI®V OVAOEIKVOEL TNV AVAYKT] VI0OETONG KOvOTOU®V
Tpoceyyicemv oV avaivon diktvmv. H yprion tov ypdeov Bsmpeitor kpiciun yo v
KaTovonon Tov TpoPfAnudatwv wov kpHfoviol Ticw amd ™ datapoyn, Kabmg emTpémel TV
TOVTOYPOVN UEAET TOAADV aAANAEmOpdcemy. Avtég ol oOvleteg oyéoelg HeTalh TV
yYovidiwv cuyva dev evromilovtol E0KOAN LE TIG AmAES OTATIOTIKES HeBOdoVE ov e&etdlovv

Kkd0e otoryeio Eexwpiotd.



1.2 Yrohloyiotikny Movtehomoinon Broloyikav Zvotnuatov kot 0 poiog

™ Emotung Agdopévov

H epyaoia Paciletor ommv mapadoyn 6tt n Proroyio ¢ Awtapayng tov ALTIGTIKOD
ddaopatog pmopet va amotunmbel og évag etepoyevig ypapog G=(V.E), 6mov V &ivar 10
oVvVoAOo TV KOuPwv (yovidwn, @owvotvmol) kot E 1o obhvoho twv oAANAETOpAcEDV
(Barabasi, 2016). Ot Zitnik et al. (2018) toviovv 6T 1 ypfion T€T010V SIKTH®V Eival 0 TTLo
AMOTEAECUATIKOG TPOTOG Yo TV aviAvon chvletwv tabnoewv. Avti va eEetdleTon KOs
Yovidlo Eexwplotd, TO HOVTEAOD TO LEAETA OAa pall ¢ éva eviaio cOoTnUo. AVTO EMITPETEL
GTOV VIOAOYIOTH Vo, eVTOmilel «KPLPES) oYEoelg Ko HoTifa mov dev givar gppovn He Tig
amAég oTaTIoTIKEG HeEBOOOVG, TpoopEpovtag o Pabdtepn katavomon g Proioyiag Tov

AvTiouo0.

Kevipiod poéio oe avtn tn povtelomoinon mailel n avayvopion tov hubs, dnladn tov
KOUPov exelvav mov dabétovy évav vrepPoiikd peydro apBd cLVOECEDY GE OYEON LE
toug vorowmovg (Barabdsi, 2016). Xmv mepintoon g ASD, n vmopén avtdv tov
KEVIPIKOV KOUPwV vrodniovel 6Tt ta Proloyikd diktva dev givar tuyoaio (random graphs)
oAAG akoAovBOUV pio cvuykekpluévn opydvoon eiebBepng kAipoxog (scale-free) mov
opilovtor amd Tov vopo g toxvog (Barabési, 2016). Avtd onuaiverl 6t ta tepiocdTepa
yoviolwa €xovv eldyloTeG CLVOESEIS Pe GAL yovidlo M PloAoyikd YOPOKINPIOTIKE, EVO
eldyota yovidwo-kAewdwd (hubs) cvvoéoviar pe éva tepdotio mAnog GAA®V KOUPV.
YVVENMG, 1 VTOAOYIOTIKY] avadelEn twv hubs givon kpioiun, kabhg n 06on Tovg 6To Ypapo
ToVG KoO1oTd «onpeio ELEYYOL» Yia T por| TG TANpoopiag. Mia AavBacuévn enegepyacio
N 0 AMOKAEIGHOG OVTOV TOV KOUP®V Katd v tpoeneepyacio Tmv dedopévev pmopel va
odnynoet og pepoinmrtikd (biased) amoteAEGLOTA KO OTMOAELD TG OOUIKNG TANPOPOPING TOV

dwtvov (Zitnik et al., 2018).

EmumAéov, 1o cvomiuota avtd yopaxtnpilovtal amd v W0TnTo T0V KUKPOL KOGLOLY
(small world property). Zopupwva pe tov Barabési (2016), n 1810tt0o. onpaiver 6tL
andotaon petah omolwvonmote 6V0 KOUP®V 6TO O1KTLO TAPAUEVEL TOAD HIKPY|, TAPA TO
HeYEAO cLUVOAIKO TAN00G TV YOVIdiwV. XNV TEPIMTOON TOV AVTIGHOV, VT TO PAUIVOUEVO
VTOONAMVEL OTL L0 TOTIKT YEVETIKN O10TapOYT OEV TOPOUUEVEL OTOUOVMOUEVT), 0ALG pmopel

va 0101000t T\ TaTO 6 OAOKANPO TO Brodoyikd cOGTNUA LEGH TOAD GOVIOU®V OLOOPOUMDV.



Avty M «toyvtamn Sdyvony kabotd v mpoPreyn cvvdéopwv (Link Prediction) pio
oLVOETN VTOAOYIGTIKY dladIKOGia, KOOMG amaITEL TNV KOTOVONOT TOV MG Mo OAANYT €
évav kopPo ennpealetl T cuvoAlkn cvvdeootnta (Zitnik et al., 2018). H povrelomoinon
aUTN EMTPENEL EMIONG TNV avdAvOoN NG TOMOAOYIKNG avlektikdtntog (robustness) tov
ocvotquatog. H avBektikdtnra avagépetor oty KovoTTa ToL PloAoyikod SKTOOL Vi
TOPOUEVEL AEITOVPYIKO okOUN kol Otav opiopévolr kopPor (yovidia) mapovcsialovv
dvoiertovpyio. To @ovopevo ovtd pmopel vo TOPOUOLOGTEL pe Tn AErtovpyio €vOg
GLYKOWV®VIOKOV O1kTVov. H andieio deutepenovimv KOUPwV 0V d10TOPACCEL T GUVOALKT
pon, KoOMG T0 GVGTN A SLODETEL EVAALAKTIKEG SLOOPOUES Y10l T LETAPOPE TNG TANPOPOPLOG.
Avtifeta, 1 6TdYELON TOV KEVTPIK®VY KOUPV (hubs) Tpokadel TNV Katdppevon TG GLVOYNG
TOV OIKTVOVL. Xt peAétn g ASD, avtd onuaivel 0Tt eved 10 PoAoyikd cOOTNUA AVTIEXEL GE
LELOVOUEVEG LKPES OAAYEC, Etvat EEPETIKA EVAAMTO G€ HETAAAAEELS TOV «PBAATTOLVY TOL

Kevrpkd puBuiotikd yovidw (Barabasi, 2016, [akoucheva et al., 2019).

H dwodwkacio autn enttpénet T HETATPOTN TNG SOUNG TOL YPAPOL og aplfuntikd dedopéva
o omol 0 VTOAOYoTNG Umopel va emefepyactel gokolo. Méow aAdyopiBumv mov
«eEePELVOUVY TIG GLVOEGELS TOL OIKTVOL (TLYAOL TEPITATOL), KATOYPAPETAL 1] CT|LAGTOL KoL
n yewwovid kabe kopPov (Grover & Leskovec, 2016). Me avtd tov TpoémO, Yovidio pe
mapopown B€on oto dikTvo opadomolovVTAL HETAED TOVS. AVTN N OTATIOTIKY enegepyacio
Bonba oty avayvopion dakpitdv vrotHnwy ™G ASD, TPOGEEPOVTAG L0 GUVOALKY] EIKOVA

Y10 TO TG OPYAVAVETAL 1 dratapayy| o€ Proroyikd eminedo (lakoucheva et al., 2019).

>10 mhaicto g Emotung Asgdopévov, n Awrtapayn Avtiotikod @dopotog (ASD) oev
npoceyyileton mAéov pe otatikég peddoovg, oAAd avtyetomiletolr ®¢ £va SLVOUIKO
TpOPAna Mnyovikng Médnong, kupilog péow teyvikov Mn Emiprenopevng (Unsupervised)
N HuemPrendpevng (Semi-supervised) MdaOnong. Kevrpud poro avtg g pebodoroyiog
aroterel n Mabnon Avanapooctdcewv (Representation Learning). H teyvikn avt) Advet Eva
Baocud TpdPAnuUa KabdS o1 Ypapot, av Kot TEPLEXOVY TAOVGLN TANpoPopia, ival SVGKOAN
dyepiool amd tovg KAaoikovg aiyopifpovg. Méow g Mdabnong Avamopactacemy, N
«TOTOLOYIKN £YYOTNTOY TOV KOUP®V -0NAadT TO0 TOGO KOVTH cuvOEovTal OVO Yovidia GToV
YPAPO- LETATPEMETOL AVTOUOTO OE «EVKAEIOED amOGTAC» HEGH GE £VOV OLVUGHLOTIKO

yopo (Goodfellow et al., 2016).

Xmv wpdln, avtd onuaivel 0Tt 0 aAyopOpoc avabétel oe KaBe yovidlo pa oelpd omd

apBpovg (Sdvooua). Av 0o yovidia £xovv mapopolo Plorloyikd poOAo M YEITOVEDOVY GTO



diktvo, ot apBpol Toug Ba eivar kovtvol. H dradikacio vt otoyedel otn dtotipnon e
verrovidg (neighborhood preservation), dtac@aiilovtag 61t 1 Brodoywk) TAnpogopia g
ASD dgv ydvetal katd ) petatponn and ypaeo oe apfuotg (Grover & Leskovec, 2016).
H onpocio avtng g petatponng eival kaboptotikn Kabmg LOAS To EGOUEVA OTOKTHCOVV

OLOVOGLLOTIKN HOPON, LITOPOUV VO 160000V 6€ KAAGIKOUS ahydpifpovg ta&vounong

Qo61660, 1| VTOAOYIGTIKN 0VTH VIEPOYN ATOKTA OVGACTIKO vOnua uoévo otov epapuoletan
670 TEdio ¢ ovYypovng BromAnpopopiknc. H kavotnta tov poviéhwv va eneéepydlovion
YAAOEC OAANAETIOPACELS TAVTOYPOVO, EMITPEMEL TN UETAPAOCT OO TN OTOTIKN UEAETN
UEULOVOUEVDV PLOAOYIKOV HOVAS®Y GTNV OVAALGCT OQUVOUIKAOV SIKTO®V. TNV ETOUEVN
EVOTNTO, OVOAVETOL TTAG Ol apyES TG Bempiog TV Yphowv epapudlovior oty Tpdén y
TNV amoK®MOIKOToinon g moAvmAokotntag e ASD, petatpénoviag tov tepdotio OYKo

dedopévov og aglomomoiun Ploloyikn yvaon.

H oVyypovn BiromAnpoeopikr] €xel aAAAEEL OAOKANPOTIKA, TEPVAOVTAG OO TNV OTAN
apyeloféton Ploroyik®y OESOUEVOV GTNV EVEPYN KOl OVTOUATOTOMUEVN €EOPLEN
mpotOTeV (pattern mining). H petdfoon avt vrayopedetor amd v avaykn owoyeipiong
TOV TEPACTION OYKOL JEOUEVMV TTOV TOPAYOLV Ol TEYVOLOYIES VYNANG ATOd0oNS, OTOL 1)
TANPoQopia dev ival TAEOV YPOUUIKY 0AAG dtKTVOKT. ZOpeova pe Toug Zitnik et al. (2018)
, M oviivon yplowv omoteAel ONUEPO TO TAELOV OAMOTEAEGUATIKO TAOUIGIO Yo TN
povtedomoinon ocvvhetmv mabncewv, Kabmg enttpénet v TavtdYpovn €EETOOT IAMAd®V

BloAoyik®dV ovIoTHTOV Kot TV HETAED TOVG OAANAETIOPAGEWMV.

Kevtpwod poro oe avt v e£EMEN mailer 1 ypron moAvtpomikadv ypaewv (multimodal
graphs), ot omoiotl 6TtV TPoKeWEVN TEPITTOON AaUPAVOLV TN HOPPT EVOG OUEPOVS SIKTHOV
(bipartite network). Ze avtiBeon pe TOLG OpHOYEVEIS YPAPOLGS, Ol TOAVTPOTIKES OOUES
EMTPENMOVY TNV TOVTOYPOVI]  OVOTOPACTOCT]  ETEPOYEVAV  Odopévev  -Om®G Ot
aAAnAemidpdoelc yovidiov kol acBeveudv- oe éva eviaio vmoloylotikd oynuo. Omog
emonpaivouv ot Zitnik et al. (2018), avt) 1 opydvwon emtpénel GTOV LIWOAOYIGTY VO
«popaletoyy TAnpoPopieg avaUeEsH Ge SLPOPETIKE 10N KOUPwV (acBéveleg kot yovidia),
AMOKOAOTTTOVTOS  «KPLEECH oyéoelg mov Ba mapéuevav  adpateg av  eEgtaloviav
pepovopéva. To oovoro dedopévav BioSNAP Asttovpyel o¢ évag 1€T0106 ynotokos xapng,

GLVOEOVTOG TN PLOAOYIKT TANPOPOPIN LLE TNV VTOAOYIGTIKT OVAAVOT).



[Tpokeyévov o VTOAOYIGTHG va eival o€ Béom va ene&epyaotel anTOV TOV TOAOTAOKO XAPTY,
amorteiton  dSadikasio g Mdonong Avarapactdcewv (representation learning). H épguva
twv Hamilton et al. (2017) mpocépepe T amapaitnto epyareio yio T LETATPOTH OCVTMOV TOV
OIKTO®V 0€ apOUNTIKEG LOPPES TTOV O adydpiBuol umopovv va Katavorncovv. H uébodog
avt Poaciletar 6T AOYIKN TNG «YELTOVIAG» © Y10 Vo oploTel N Aettovpyia evog yovidiov, o
vroAoylotg e€etdlel moteg acBéveleg cuvoetar Kot mo GAAL yovidld Tapovstalovy
mopopolo potifa cvvoeoiuodmtog. To cvykekpipuévo cvotnuo eivor eEopetikd VEAIKTO,
KaOmG emTpEnel TNV ££0,Y®YN CLUTEPAGUATOV AKOUO KOl Y10, VEQ SEGOUEVOL TTOL OEV LI PY ALV

KOTE TNV 0pyIKN EKTA{OELOT TOL HOVTELOV.

EmimAéov, n ypnon tov ypaeov emAVEL onpavTikd (NTHHoTo DVITOAOYICTIKNG ToyLTNTAS. Ot
napadootakés Pacelg dsdopévav (SQL) mapovsidlovv meplopiopovs OtV KaAobvtat va.
EVTOTIGOLV GVUVOETEC GYE0ELS AVALETT GE YIMAdES oToyeia, kaBmg amoitovy ypovoPopeg
Kot doamavnpég OadKaoiec ocuvévmong mvakmv. Avtifeta, ot douég ypaewv eival
OYEOAGLLEVEC YO TV TayElo TAOYNON HECH GTO HIKTVLO, EMTPETOVTOS TNV AUECT) TPOGPOOT

o «yertovioy kéBe kopPov. (Zitnik et al, 2018).

ZOUTEPACUATIKG, 1 avaAvon YpApwv otr Brominpogopikn eiodyetl pio véa onTiky otnv
EMOTAUN, KOODG N Yvoor dev avalnteital TAEOV 6 HELOVOUEVE GTOLYELD, AALL GTOV TPOTO
7oV oV TA cuvdéovtan petald toug. H otpatnykn avtn enttpénet ) xpnon poviélwv Link
Prediction, ta omoio Ae1tovpyolv ®¢ Evag «EELTVOG UNXOVIGUOGC TTPOTAGEMVY Y10, YEVETIKES
oLVOEGELS TTOV Ogv éxovv axkoun emPePormbel enionuo. Méow avtig g pebodoroyiag,
kabiotaton QKT N «YOPTOYPAPENGN» TOL AVTIGHOV Ol OC MU0 ATOUOVAOUEV TAON o,
0AAG G PHEPOG VOGS EVPVTEPOL YEVETIKOV OIKTVOV. Mg autd TOV TpOTO, £PYOVTOL GTO PG
ONUAVTIKES TANPOPOPIES Yo TN dOUN TNG OOTAPOYNG, Ol OTTOLES UEXPL CHUEPO TOAPEUEVOV

KPUUUEVES AGY® TOL TEPAGTION GYKOL TMV OESOUEVOV.

1.3 Xkomog ko YmoroyroTikoi Xtoyor: Avamtoén povréhov Candidate

Gene Ranking

O kevTp1kOg GKOTHG TNG TOPOVCAS EpYasiog elvarl 1 oyediaon Kot 1) vAOTOINGN £vog EEvmTvou

VTOAOYIOTIKOD HOVTELOV, TO 0Toio Ba £yl TNV IKOVOTNTA Vo EVTOTILEL VEES, AYVMOTEG £MG



onpepa Poroyikéc ouvdéoelg 6to dikTvo TS Atatapoyng Avtiotikod Pdaopatog. H perét
avt dev meplopileTon 6TV OTAT KOTOYPAPT TV O YVOGTOV dE00UEVOV, OAAL ETIOIDKEL
VO YPNCLLOTOUCEL TV TEXVNTI VONLOGVVT] Y10 VO «TPOPAEYED TO1EC PLOAOYIKEG OVTOTNTEG,
Kupimg yovidia, oyetiCovtal pe CLYKEKPIUEVEC TAONOELS TOV PAGUATOC, OKOUT KOl 0V OUTN
n oyxéon oev &yel emPePormbel axdpa oto gpyactiplo. Avti 1 dadikacio TpdPAeyng
amotelel TO emMKEVTIPO TNG £pEUVOG KOL OTOXEVEL OTNV  OMOKOALYTN TNG KPLONG

OPYLTEKTOVIKNG TTOV GUVOEEL TIG OLOPOPETIKES OVTOTNTES TNG OLOTAPOYNG.

o v enitevén avtod Tov okomov, N epyacia Pacileton otnv alomoinon g Pdong
dedopévov BioSNAP, n omola amoteAel v kevrpikn mnyn dedopévav. To cuykekpiévo
apYEl0 EMTPEMEL TNV KATOOKEVT] EVOC OUEPOVS SIKTVLOV, OTTOV 01 KOUPOL OVTITPOSMTEHOLY
acBéveteg Kot yovidio, eved ot aKUEG LETOED TOVG OMOTLVRMOVOLV TIG NON KATOYEYPUUUEVES
WTpIKES cvoyetioels. Xopewva pe tovg Zitnik et al. (2018), émwg mpoavagépbnke,
LOVTEAOTOINGN OLTH EMITPEMEL GTOV VIOAOYIOTH va eviomilel potifa mov cuvvdéovv

OLPOPETIKEG TAONGELS LEGH KOWVMV YEVETIKADV TOPAYOVIOV.

H vroroyiotikn dwadikacio faciletor otnv epoppoyn tov adyopibuov node2vec, o omoiog
eneEnyeitan avoAluTikd oto kepdioto 2.5. Tehkodg 61d)0g eivar 1 ekmaidevon Tov LOVTELOL
va TpoTeivel vEeg GLUVOEGELG: av £va YOoVidlo Tapovstdlel TapOUolo SIKTVOKT GUUTEPLPOPA
pe yovidia mov 1o oyetiCovion pe tov AVTIGHO, TO GOGTNIA TO EMICNUOIVEL OC Eva TOOVO
véo otdyo v épevva. H dtadwocioo OLOKANPOVETAL LE TV OTTIKY| OVOTOPAGTAOT] TOV
QTOTEAECUATMV KO TN YPNON UETPIKAOV OEI0AGYNONG, LETUTPETOVTOS TO GTATIKG dEdOUEVA
tov BioSNAP c¢ éva duvapuxo gpyoreio TpoPAEYNG TOL VITOJEIKVOEL VEQ LLOVOTTATIO Y10l TN

UEAETN KoL TNV KATOVONOT TNG YEVETIKNG PAoNg TG dtaTapaym.

1.4 Ao ¢ epyaciog

H mapovoa ntuyloxn epyacio amoteleitor and 61 kepdaia, KabEvo amd Ta omoio KaAOTTEL
€V, GUYKEKPIUEVO GTAd0 TNG épevvag, amd ) Bewpntikn Bepelwon kot Tt HEAETN TV

Od0UEVOV HEYPL TNV VAOTTOINGN Kol TNV TEAIKY] a&loAdYNGN TOV LOVTELOVL.

210 Kepdhoo 2, mpaypoatomoteiton m PifAoypagikry ovoaokdnnon kot 1 Oeopntiky

Bepedioon g perétng. Avaivovtar ot évvoleg e Osmpiog I'pdewv, ot texvikég Mnyavikng



MdéBnong oe diktva kot 1 dadikasio Tng Mabnong Avarapactdoemv. Idwitepn Euepoon
dtveton ot pobnpotikn avaivon tov adyopibuov node2vec, o onoiog arotedei ™ fdomn g

VTOAOYIGTIKNG TPOGEYYIONG,.

210 Keparaio 3, mapovcidlovion ta dedopéva Kot | VITOAOYIoTIKY vrrodoun. [leptrypdpeton
aVOALTIKA TO cOVOLO dedopévev BioSNAP, 1 dwadikacio mpoenesepyasiog Twv apyeimv Kot
N povtelomoinon Tov diktvov oe mepPdiiov Python, pe otdxo T Onpovpyio €vog

AELTOLPYIKOV YNPLOKOD YPAPOV.

210 Kepdhato 4, avarveton n pebodoroyio kot 1 vAomoinon ™ Mnyovikng Mdabnonc.
[Teprypdpetal n apyITEKTOVIK] TOV GLGTHUATOG, 1| TOPUUETPOTOINCT) TOL OAYOpPiOLOV

node2vec 6To TOPAYOUEVO SLOVOGLOTA Yol TNV TPOPAEYN VEOV CUVOEGEWV.

210 Kepdrao 5, mapovoidlovror ta melpapatikd aroteléopata. Méca amd TIg TOGOTIKEG
AVOADGELS KOt TEYVIKES omTikomoinong (6nwg o arkyopBpog t-SNE), a&toroyeiton n motdtra
TOV OTOTEAEGLATOV KOl 1] TKOVOTNTO TOV GUGTHHATOG VO, avayvopilel TOTOAOYIKA TPOTLTTOL

ov oyetiCovron pe Tov AvTiouo.

H gpyacia olokinpdvetar oto Kepdhiao 6, dmov mpaypatonoteiton n teAkn alohdynon
kot ovinmmon Tov  gupnuatov. Xuvvoyiloviag To  ovumepdopota TG HEAETNG,
EMONUAIVOVTOL Ol TEPLOPIGHOTL TOL LOVTELOV KOl TPOTEIVOVTOL KATEVOVVGELS Y100 LEAAOVTIKY|

£€pevuva 6TOV TOUEN TNG VITOAOYIOTIKNG BlomAnpopopikng.



2.Biprhoypa@iki) Avackonnon

2.1 Yroloyrotikég Pacerg 000puEVOV Kol GYNNaTo OEG0PUEVOV

H o0yypovn Protatpikn €pevva mopdyel KaOnuepwvd évav tepAotio OYKo OedoUEVDV, M
dwyelpton Tov omoiwv amotel T YPNON EEEWOIKELUEVOV VTOAOYICTIKOV VITOJOUDV.
[Tpokeyévov N TANpoopia Tov apopd yovidia kot acBéveleg va BewpnBel aglomomoun
and ahyoppovg Mrnyoaviking Mdébnong, mpémer npdta va Kodikomombel oe mpdTLTA
oynuata dedouEvav pécwm deBvag avayvopiopévov Pacewv. Xy mopovca epyocia,
avaAivon Paciletor og dedopéva, TOL aVTAOUVTOL KOl TUTOTOLOVVTOL otd SV0 KEVIPIKEC
Baoceic: to NCIBI (National Center for Biotechnology Information) kot to svotnuoe UMLS
(Unified Medical Language System).

To NCBI amotedel Tov Ogpehdon opyoviopud mov eEedikevetal otV Olayeipion
TANPOPOPLDOV TOL 0POPOLY Yovidla. Méow g vanpeciog Entrez Gene, amodideton o€ k4Oe
Yovidlo évag Hovadtkos ynelakds kwdikos, yvwotog og Gene ID (Maglott et al. 2010). H
auTg TS Kwowomoinong eivar kpiocyun, Kabdg M ovopoToAoyic TV yovidiov o1
BProypapia cuyvd mapovclalel cvvevvpies M ACAEEEG OV  OVGKOAELOLV TNV
vroAoylotikn emeEepyacia. O Gene ID Aertovpysl ®g pion «yn@uoKy TOLTOTNTOY TOL
EMTPEMEL GTOV LIOAOYIOTY Vo avayvopilel pe andivtn axpifeia ™ Proloyikr| ovtotnta,

OLELKOAVVOVTOG TN OLLCVVIEST] ETEPOYEVAV apyeimV dedopévmv, dtwg 10 suvoro BioSNAP.

Extég amd v Ttovtomoinon tov yovidimv, eival anapaitnta va opyavobodv cootd Kot ot
Tpkol 6pot mov apopovv Tig acOévelec. Emedon oty emotnuoviky Pipioypapio pio
maOnon pumopel vo OvVOQEPETOL HE OLOPOPETIKEG OVOUOGIES, YPMNOLUOTOIOVVTOL E10TKA
cvotNUato (0VIOAOYiEg) OV AELTOVPYOHV MG KUETAPPACTES», EVOTOIMVTAG OAN QVTH TNV
oporoyia kK4T® amd kowvovg kwdwove. To cuotnua UMLS, 10 omoio cuvinpeitan and v
Ebvum Biprobnkn latpwne tov HITA (NLM), Aettovpyel o¢ évag Kevtpikog KOuPog
(metathesaurus) mov cvvdéel Thvw amd 200 droPopeTikd cuoTHHATA TAEVOUN NG, OT®S TO
MeSH kot to SNOMED CT (Bodenreider, 2004). H kevtpwkn povéda tov UMLS givar o
kwdwodg CUI (Concept Unique Identifier). Méow tov CUIL, «dBe mdOnon -
ocvumepthapfavouévng g Atatopoyns Avtiotikod DPAGHATOC- amokTd £vay HOVAOTKO

apBud towtonoinong. Onmg texpunprovetal ot perétn tov povrélov Decagon amd tovg



Zitnik et al. (2018), n yprion tov kodikdv CUI givarl arapaitn yio T dSnpovpyio avtdv
TOV 6OVOET®OV SIKTV®OV. XAPN GE OVTOVG, O VITOAOYIGTNG UTOPEL VO GUVIEEL TIC EMTEPIKES
evoei&elc plag achévelag (ta copmtdpota) pe to yoviown, eetdlovtdg ta Ol pali og éva

gvioio cuoTUO.

H emtoyng petatpomn tov wAnpo@opldv amd T mpoavapepbeiceg Pacelg oe évav
Aertovpykd Ypaeo mpodmobEitel TNV 0pYAvmoT Tovg o€ £va eviaio oynua dedopévov (data
schema). To oynua avtd Aettovpyel g Evag dounuéVog «xdptne» mov Kabopilel Tov TpodTO
ouvdeoNC TV Yovidimv pe Tig acBéveleg. , Me n ypNon TV HOVOSIKOV KOIKOV
tavtonoinong and 1o NCBI xow to UMLS, emtuyydveton 1 évoon €I1epoyeEvaOV TNy®V
nAnpogopiag, e€areipoviag v mOAvOTNTO OMAOTLIIOV EYYPAPDOV 1] CNUAGLOAOYIK®OV
ovyyvoewv. H cuykexpipévn opydvoon tov dedopévav amotelel o facikdTEPO GTAO TNG
dwdkaciog, kabmg dapopedvet T otabepn ynoeoxn Bacn tdve oty omoin otkodopeitan

0 YpAog kot epapuolovtarl otn cuvéyela ot aryopBpolt Mnyavikng Madnong.

2.2 Ocopio I'pagov ko Aiktvov: Metpikéc kat Tomroroyia

H avéAvon tov Proroyikov diktvov ASD eotidlel otnv TocoTIKy a&loldynon g Soung
péco tov IMivaka 'ertviaong (Adjacency Matrix) A. Xtnv mepintoon oepov (bipartite)
SIKTO®V, OMOV Ol OKUEG GLVOEOLV ATMOKAEICTIKA yovidwa pe acOévelec, m pobnuotikn
avaropdotact tov cvotuatos Paciletatl otov Iivaxa [Ipdontwong (Incidence Matrix) B.

2OUQova pe Tov pia yopoktnplotiky) oopn prhok (block structure) g popong:

0 B
A= (BT o)
H d1dtaén avt dwacparilet 0Tt ot aAAnAemdpacelg meptopilovton amoKAEIGTIKA HETAED TV
OLOPOPETIKMY cLVOAWV KOUPwV (Yovidimv Kot acBevelidv). Onwg emonuaivouy ot Zitnik et
al. (2019), n daTnpnom AVTAG TNG ECOTEPIKNG OOUNG KATE TNV 0pYAVEOGT TV 0EO00UEVOV GE
dloKpLTovg Tivakeg (matrices) etvot KpiGun yio Ty amoQuy| ar®AELNG TANPOPOPIaG, EVO M
apor (sparse) Lope1 TOL VKo EMLTPENEL TV AOd0TIKY enelepyacio peydAwv froloyikmv

OedoUEVDV.



H omovdadomta kdébe wouPov oto diktvo mpocdopiletar péco TV MeTpkdv
Kevipikdmrag (Centrality Indices). X0pewva pe tov Brandes (2001), ot deiktec avtol
deiyvouv mdG0 onuovtikd ivar kabe yovidlo kot kabe acBévela péca 6to 6iKTLO, OVAAOYQ
pe to mov Ppickoviol. Me avtdv Tov TpOTO, avVadEKVOHOVTOL EVKOAN Ol KOUPOL oL £YoVV
TOV 70 KPiGIo poAo ot cuVolkt| doun|. [Iépa amd v andn KotapéTpnon Tov TANBovg
TOV ouvoécemv, Wwitepn onuocio €xet M petpikny dwopecordpnong (Betweenness
Centrality), | omoio LETPA TOGO GLYVA Evag KOUPBOC Ae1TovpYEl O «YEPLPO» Y10 TN POT| TNG

mAnpogopiag. Mabnuatikd, yio Evav képpfo , v opileton og:

9@) = Z )

SFEVFEL

Omov st gival 0 GLVOAMKOS apPOOG TOV GLVTOUOTEPOV LOVOTATIOV HETAED TV KOUP®V S

Kkon t, kat 95t (V) 0 apdpdc ovtdv TV povormatidy mov diépyovtat amd Tov koppo ¥ (Ma &
Tang, 2021). Ot k6ppor pe vynin dapeGOLAPNoN AEITOLPYOVV MG KEVTIPIKOL GUVIEGHLOL
péoa oto dlktvo. Onwg avapépetar and tovg Zitnik et al. (2019), o eviomiopog avtdv tov
kpioov yovidiov (seed genes) givat oD onpavtikds, Kabadg n 6€on tovg Bonba oto va
Tapopével 0 Plodoyikd cvotnua otabepd Kol AEITOVPYIKO, OKOUN Kot av LEApEOLV

YEVETIKES OlatapoyEg 6T0 TEPPALAOV TOL.

Téhog, n Tdon TV KOUPOV va INUovPyodV KAEIGTEG OLAdES § PE TOLG  YEITOVEG TOLG
vroioyiletar péow tov Tomkod vviedeot| Opadomoinong (Local Clustering Coefficient).
Toueava pe tov Barabasi (2016), yio évav koppo mov éxet Ki ouvdéoeic, o suvteheotnic Ci

VTOAOYILEL TNV TUKVATNTO TOV GYEGEMV GTO AUECO TEPPAALOV TOV Ko opileTon ®G:

2L;
Ci————rx
ki(k; — 1)

Onov Li avtimposonevel tov opBud v akpudv Tov LVIAPYOVYV TPAYHOTIKE UETAED TOV

YETOVOV TOL GLYKEKPIUEVOL KOUPBOoV.

210 otk eEAebBepng KATOKOG, 0 GLVTEAESTNG opadomoinong epeavilel pio avtictpoen
gEapmnon amd tov Bobud tov képPov, N omoin axorovbel Ty katavour € (k)wk_l. H
LOONUOTIKY VT CUUTEPLPOPE ATOJEIKVIEL TV VIOPEN L0 1EPOPYIKNG OPYITEKTOVIKNG,

Omov ot kKOpPot pe pKpo Pabud opyavdvovTol o€ 1010HTEPO TUKVEG TOTIKES VITOOUAOES.



Onwg texunpuovetor amd tovg Barabasi et al. (2011), oto mhaico TV ocHvOetwv
avOpOTIVEOV acOEVELOV, OVTEC Ol TUKVE GUVOEOEUEVEG VTTOOUAdES avayvmpilovtal o
Aertovpyikég evotnteg (functional modules) 1 evotnteg vocov (disease modules). Méca o¢
OVTEG TIC OUAOEG, TOL YOVIOLOL OEV AEITOLPYOLV OMOUOVOUEVA, GAAE cuvePYALovTOl GTEVE
petalh Toug yio vo ekdnAmBodv T YapoaKTNPIoTIKA ToL AVTIGHoD. Avtifeta, Ta yovidla-
KAELO18 TTOV £YOVV TAPA TOALEC GUVIECELS, OEV AVIIKOVY OTOKAEIGTIKA GE pio opdda: 0 pOAOG
TOVG €IVOL VO AELTOVPYOVV MG «YEPVPES) TOV EVMOVOLV TIC SLOPOPETIKEG PLOAOYIKES OLAdES
peta&y tovg. H yvdomn autig ¢ 0oung tov Siktdov gival amoapaitntr, Kabmg Tdve o ot
v apyrtektovikny Paciletoar n ekmaidevon tov aAdyopiBumv Mnyoviking Mdabnong mov

eEetdlovtal TopaKiT®.

2.3 Mnyoaviki MaOnon og I'pagovg

H napadociaxn Mnyavikn Mdabnon €xet oxedraotel katd KOplo Adyo yia va eneEepyaleton
OgdopéVO TOL TPAYHOATIKOD KOGHOL TOL £XOLV TN HOPON MVAK®V (matrix), TovusT®OV
(tensor) 1M axolovBiwdv (sequence). H epappoyn avtdv tov KAAGIKOV TEYVIKOV GTO
Bloroyikd diktvo mwopovstalel oNUOVTIKODS TEPLOPIoUOVE, kabdg o1 TopadocloKol
aryopBpol Pacilovror ot Oepehddn vmobeorn 611 To dedopéva givor aveEdptnTa Kot
woovopo kotavepnuéva (independent and identically distributed -i.i.d) (Ma & Tang, 2021)..
v mepintmon OUmG TV OIKTOMV, o1 KOpPot gival gyyevdg cuvdedepnévol PeTa&d Toug,
yeyYovog mov katappintel v vroddeon g aveEaptnoioc. o Eemepaotel avontiyOnke To
nedio g Mnyavikng Mdbnong oe I'pdoovg (Machine Learning on Graphs), 1o omoio
EMTPENEL TNV EKTEALECT] VTOLOYICTIKAOV £pyact®V (computational tasks) amevBeiog mive ot

doun tov ypaeov (Hamilton, 2020; Ma & Tang, 2021).

Xoppova pe ) Brproypaeio, ot facikég VTOAOYICTIKEG EpYOGIEC TOV KAAEITAL VO EKTEAECEL
1N Mnyaviky Mabnon ce avtd to medio yopiloviat oe 000 peydieg katnyopies: 6Tig epyacieg
ov eotidlovv otovg KoOpPovg (node-focused tasks) kor oe ekeiveg mov eotidlovv ocTOV
ypboo (graph-focused tasks) (Ma & Tang, 2021). Onwg avaivetor o1e£odkd amd TOV
Hamilton (2020), ot diepyaciec avtég eE€101KEHOVTOL TEPUUTEP® GE GLYKEKPIUEVO EMITESQ

avaAvong:



Ta&wounon koppov (Node Classification): H dwadikacio katd v onoia to poviélo
Kodeitar vo TpoPAéyel 1 va cvopmepdver pia wwotrta | pio etikéta (label) yio évav
GLYKEKPLUEVO KOUPO ToV dikTvov. Ontwg emonuaivetal, Aoy g daitepng ¢Hong Tmv
vYpdowv, N Ta&vounon kopPov tpoceyyiletar ovyvd wg Hui-Emontevopuevn Mdabnon
(Semi-supervised Learning). Avtd coppaivel 010TL KOTA TNV EKTOIOEVOT TOV LOVTELOL
glvol TPoGPAGIOG OAOKANPOG O YPAPOS, GUUTEPIAAUPAVOUEVOY TOV KOUP®V Ympig
etikéta (test nodes), emTpémovtag 6ToV aAYOPIOLO Vo 0EIOTOGEL TNV TANPOPOPIN TNG
YETOVIAG TOVG Yo T Pertioon Twv TpoPfAéyewv. X lOTANPOPOPIKY, 1| EpYOTIO OVTY
Bpiokel epapuoyn otov evtomopd kot v Katdtaln yovidiov mov oyetilovion pe

ovyKekplpéveg acbéveleg (Ma & Tang, 2021).

[IpoPreyn Zyéocewv/Axkudv (Relation/Link Prediction): Xe avtiBeon pe Tig
TOPOOOCLOKES EPOPUOYES, M TPOPAEYN GYECE®V GTOVG YPAPOLS TOPOLGLALEL ol
povadikn Bewpnrtikny WiutepodTo, KOO Eeeevyel omd To avoTNPd Opla TV
KAOGIKOV Katnyopudv s Mnyavikng MéOnong. H diepyasio avti cvuvovdlet otoryeio
1660 Emomtevdpevng (Supervised) 6co kot Mn Emomtevouevng (Unsupervised)
padOnong, eva yo TNV TLTLYN VAOTOINGN TG ATOTOVVTOL KETOYMYIKES ETMOVOAYEIS)
(inductive biases) -Oniadn evoopotopévol kavoves kot vroBécelg- mov  elvan

QTOKAEIGTIKA GYEOIGLLEVOL Y10l TN SOUT KOl TNV OPYITEKTOVIKT TOV YPAP®V.

Yvortadonoinon kot Aviyvevorn Kowotjtwv (Clustering and Community Detection): H
gpyacia ot anoterel pEBodo Mn Erontevdpevne Mabnong otoug ypdeovg. Avti yia
™V TPOPAEYN CLYKEKPIUEVOV 1O10TNTMV, 1] TPOGEYYIOT| ALTH £6TIALEL GTNV ALTOUOTY
avoyvoplon Kpueav opddmv (clusters), a&l0moldVTOG OTOKAEICTIKG Kol HOVO TNV
vrdpyovca tomoroyia Tov dwktvov. H Pacikn mapadoyn e nebodov ompiletor oto
0Tt o1 kOpuPor mov mapovctalovy 1oyVpY cvvoesudTTa pETAh TOLG TEIVOLV VO
oynpotiovy SoKPITEG KOl TUKVEG KOWVOTNTEG. XTIC PLOAOYIKEG EQOPUOYES, | TEYVIKN
aUT]  OOJEIKVVETOL  EEAIPETIKA  Yprouun, KoOADG EMTPEMEL TOV  EVIOMIGUO
QTTOLLOVOUEVOV AELITOVPYIKADV DTOOIKTOMV 1] GUUTAEYHATOV HEGO GE EVPVTEPA diKTLA

YEVETIK®OV OAANAETIOPAGE®V.

Avdivon og erninedo ypaeov: H xoatmyopio avt) mepilapfdaver €va gopd @aouo
EPOPUOYDOV OTOL TO EVOLPEPOV LETOTOTILETOL OO TO EMPUEPOVS GTOLYEIDL TPOG TO
diktvo (Ma & Tang, 2021). [Tapott T0 medio meprhapPavel cOvOeTeg diepyaciec OTMG M

avtiotoiylon ypaewv (graph matching) kot n vroAoyiotikn onpovpyia ypaewv (Graph



generation), 1) O OVTITPOGMOTEVTIKY| Epyaciog apopd v Tavounon ypdowv (Graph
classification). H teyvikn ovt) ypnowponoteitor kKupimg yio v aflohdynorn Kot
KOTNYOP10TOoiNnoT OAOKANP®V HOPLOK®V 1 YNUIKOV SoU®V HE BAon T KOOOAKES TOVG

ot teg (Ma &Tang, 2021).

H xotavonomn autdv Tov VToAOYIoTIKOV EPYACLOV 0vVadEIKVVEL OTL | Mryavikn MdaOnon ce
I'papovg dev TPOGPEPEL AMAMC LU0 GTATIKY OTEIKOVICT) TOV OIKTVOV, OAAN OmoTELEL Eval
evepyo epyodeio wavo va mpoPArémel véa Proroyikd dedouéva (Hamilton, 2020). Xnv
Tapovoa epyacia, N pebodoroyia cuvovaletl avTég Tig 600 Tpoceyyicels, kabmg a&lomotel )
Mn-Enontevdpevn Zuetadomoinon yio Ty opadoroinct TV YoOVISIHKOV SI0VUGLATOV Kot

v Emonttevdpevn pdbnon yio v teAkn tpoPAey” TV OKUOV TOL AVTIGHOV.

2.4 Teyvikéc ExpaOnong Avanapoacstacsov (Representation Learning) kot

Graph Embeddings

H mopadociokr] mpocéyyion yo v eEay@yn SOUIKOV YOPAKTNPIOTIKOV Ord £va O1KTVLO
Baclotav oe yewpokivnto oyedtacuéva yopaktmplotikd (hand-engineered features).
AVTITpocOTELTIKA Topadeiypato TéTolmv pefddmv amotelobv o Pabudg koufov (node
degree) kot mn kevrpwomnta KOpuPov (node centrality). ITopd ™ ypnowwdTNTd TOLS, OL
Tapadoclakés avTég mpooeyyioelg epgaviCouv cofapd petovektnuarto. Eivor dxopmre,
KaBmG dev PmopovV v, TPOGAPHOGTOVV avToHaTe HEca and pio dtadikacio pddnong, eved o
oYEAGOC TOVG amoteAel pia ypovoBopa kot domavnpn dtdwkacio (Hamilton, 2020; Ma &

Tang, 2021).

[Ma dpon avtdv Tov Teplopicpudv avantdydnke n Expddnon Avarnapacstdcemv I'paeov.
210Y0G NG GLYKEKPIUEVIG TPOGEYYIoNG €IVOL VO OVTIKATOGTIOEL OVTA T YEPOKIvVITA
YOPaKTNPOTIKG pe peBdoove mov poboivovy avTOUATO VO, KOIIKOTOOUV T1 OOUIKY

mAnpogopia tov ypaeov (Hamilton, 2020; Ma & Tang, 2021).

H Baocwm teyvikn yio v enitevén avtov Tov otdyov gival n dnpovpyio Eveopatopévaov
I'papwv (Graph Embeddings), pio dwadikacio mov dwympiler ta dedopéva oe VO

dapopetikd media (domains) (Ma & Tang, 2021):



1. To medio tov yphpov (graph domain): To apyikd diktvo, 6OV 01 KOPPOL GLVIEOVTOL

peta&h Toug pe SoKPLTéS TIES.

2. To medilo towv evoopotooewv (embedding domain): O véog y®pog, otov omoio Kdabe

KOpPog petatpénetar TAEOV 6€ va SLOVLGLLAL.

Xoupova pe tovg Ma & Tang (2021), o kevipikdg 6toO)0G ivat 1) oyedioon pog dtadkaciog
OV LETAPEPEL TNV TANPOPOPIa ard TO SH1KTLO GTOV SUVLGLATIKO YMDPO, dtacparifovtog OTt
To BOCIKE TOTOAOYIKA YOPOKINPIOTIKE TOL Ypdeov Ba mapapeivovv avarioimta. o va
emrevybel autd, n avantuén Tov aryopibuwv Paciletal o 6v0 Pacwkd epotiuoto: [Tow
GUYKEKPIUEVT] TANpoQopia. Tpémel va, dttnpndel amd 1oV apykd ypAQo Kol UE TTOL0

VTOAOYIGTIKO povTéLO Oa yivel | Katoypagn Tg.

Oocov apopd T0 TPMTO EPAOTNUA, 1 £pELVO EGTIALEL GE SUPOPETIKA GTOLXEIDL TOV HITOPOVV
va avtAnBobv and éva diktvo, OTmG Tovg Guecovg yeitoveg kdbe kopPov (neighborhood
information), ™ Aettovpywkn tov Béom (structural role), v katdotacn tov (node status),
KaBdg Kot TIg opdoeg 1| KowdTNTEG OTIG Omoieg evrdocetatl (community information). H
KATOoypoe autdv ToV oTotyelov yivetar péom g pnebodoroyiag Tomv Tuxoimv S1adpoudy
(random walks), n ool AmOTVITOVEL TOEG OUAOEG KOUP®Y GLUVVTTAPYOVY GLYVE OTIG 101EC
OLdPOUES TOV SKTVOV.  XOPAKTNPIGTIKO TOPAOELYLLO QLTS TNG TPOGEYYIONG ATOTEAEL O

aAyopBpog node2vec, o onoiog e€eTAlETOL AVOAVTIKA GTNV EMOUEVT] EVOTNTOL.

[Ma va amoBnkevtovv avtd ta dedopéva, n mo cvvnbiocuévn pnébodog Aettovpyel cav Evag
nivakag avalntnong (look-up table). e avtdv tov mivaka, kédbe kOuPog maipvel pio O1kM
TOV GEPA and apBpovs, mov amoterel To ddvuoud tov. H Bacikn déa yo T onovpyio
aLTOV TOV TivaKa etvar OTL ot aptBpol avTol TPEMEL VoL LTOPOVV VoL ATOODMGOVV COGTA TN
doun tov diktvov. Ipaxtikd, pio térowa avamapdotact Oewpeitor meTvynuévn Otav Ot
apBpol g etvar apketol yro va «Eava@TidEovvy TG TPayUATIKEG GLVOECELS TOV YPAPOV.
H 0\n dwdwaocia Pektidvetor cvveymdg dlopBmdvovtag too AdOn mov yivovior katd Tnv

aVOKOTOOKELT (reconstruction error).



2.5 O aiyopOpoc node2vec: MaOnpoatikyy Avaivon (Random Walks,
Skip-gram Model)

H oavéyxn yioo v Kotamoléunon Tov TEPLOPICUDV TOV TOPASOCLOKOV HEBOd®V NG
OTATIGTIKNG KO YPOLUIKNG GAyeBpag Yo TV dtoyeipion Tov LEYIA®mVY SIKTO®V 001YNGE GTNV
avantuén Tov alyopiBuov node2vec. lotopikd Opmc, 1 eEEMEN TOv akyopiBuov akolovOnce

Tpio oTAdLO0.

Ol TpMOTEC TPOGEYYIGELS Y10 TNV AVATOPACTACT SIKTV®V BAGIGTNKOV GE KAUGIKES TEYVIKES
petmong dtustatikotntag, dnwg n Avdivon Kvpiov Zvvictwcav (PCA) kot ot Aamhactovol
Id10yapteg Laplacian Eigenmaps) (Belkin & Niyogi, 2003; Jolliffe, 2002). Av kot ¢avnkav
amodOTIKEG Yoo TNV €aymyn ONUOVTIKOV YEOUETPIKAOV OTOLYEI®V, 1 VYNAN TOLG
TOAVTAOKOTNTO, KOOIGTOVGE adVVATN TNV EPOPUOYN TOLG GE PEYAAN dIKTLO. XVVETTMS, TO
2013 mapovcldotke yioo TpdTN eopd to poviého Skip-Gram, to omoio amoterel Pacukd
Koppatt Tov aiyopiBuov Word2vec, kot GAloce to dedopéva oty eneepyacio LGIKNG
yhoooag (NLP) (Mikolov et al., 2013). To 2014, n prhocoeia oo Word2vec petapépOnke
oo TNV AVAALGOT) KEWWEVOV GTI LEAETN SIKTOMV LLE TNV E160Y®YN Tov olyopiBuov DeepWalk
(Perozzi et al., 2014), wot6c0, 1 amovcia gvelé&iog Tov 0dNYNoE TEMKE GTNV dnuovpyia

Tov node2vec 1o 2016.

O aAyopBpog node2vec amoteAet pio amd Tig TO SNUOPIAEIG Kot EDEMKTES LEBOSOVE Y10 T
petatpony) T@v KOUPwv evog diktoov oe apluntika owavocparto (Grover & Leskovec,
2016). O kbprog otdHY0¢ TOL TANIGToL (framework) eivor va avtictoryicel kdbe oToryeio Tov
YPAPOV GE EVav YDPO TEPLOPIGUEVAOV OUGTACEMV, LLE TETOLO TPOTO MOTE VO SLTNPOVVTOL Ol
OY£0E1G KOl Ol YELITOVIEG PETOEL TV KOuPwv. H Pacikn dontepdtnta kot kovotopio g
oLYKekpEVNS LeBodov givar 6Tt dev YPNCIHOTOLEL Evay AVGTNPO Kol TEPLOPIGUEVO OPIGLLO
Yo 10 Tt Bewpeiton «yertovidy, aAAd dlvel ) dvvatdTNTa vo aAAGlEL TOV TPOTO OV

e€epevvarat 1o dikTLOo, avarloya pe To Tt avalntdton kdbe popd.

Mo v avaxdioyn g doung yopw amd kdbe kopPo, o aiyodpBupog ypnoyromotel
pepoAnmrikég tuyaieg owdpopég (biased random walks). Avtd onuaiver 6t xoatd v
mepMyNon oto Oiktvo amd kouPo oe kOpPo, M emAoyn ToL EmOUEVOL PrHoTog Ogv

TpaypoTonoleitol Tuyoio oAAd kabopiletan amd Tig LabnUATIKES TOPAUETPOVS p KL g.



Ewova 2.1: Avartapaotaon tuyaiwv dtadpouwv tou node2vec artd Grover & Leskovec

O1 GVYKEKPIUEVEG TOPAUETPOL EMTPETOVY GTOV OAYOPOLO Vo EAEYYEL TNV KatehBuven TV
Sadpoumv, €E160PPOTMOVTOS OVAUEGH GTNV KOTAYPOQPY TNG GUECNG TOTIKNG YELTOVIOG
(avalntnon katd mAdtoc -BFS) kot oty e€epedhivnon Pabitepmv, KabBoMkdV TpoTOT®V

péca oto diktvo (avalntnon katd Babog -DFS).

Ewkova 2.2: BFS kot DFS arto Grover & Leskovec

Metd v olokAnpmon Tov tuyaiov Sdpopdv, ot cepés TV KOUPwov mov €xouvv
cvykevipwbel avtipetomilovtol 6oV «TPoTAcES) Kot ot KOUPotl cav «AEEey péca o Eva
kelpevo. Xto onueio avtd, o adyoppog ypnoyonotel to povtédo Skip-gram, to omoio
Baciletor oty vtdbeon Ot o1 AéEerg mov eppaviCovrol ota id1a TepPdiiovia teivovy va
&yovv Kot Tapopola onpacio. Metapépovtag avtn T Aoyikn ota diktua, Bewpeitan 6TL o1

KOppot mov Ppickovion cuyva poli otig id1eG SLOdPOUES £OVV KO TAPOLOLES 1O1OTNTEG.

Xmv mpdén, 10 poviého eEetalel autég TIC OdpopES kot mpoomabel va padel Tig
OLOVUGOTIKES OVOTTOPACTACELS TOV KOUPwV. XTOY0g TOL €lval, OTav Tov dlveton €vag
ovykekplévos kopPog, va uropet va mpoPAréyet pe emruyia motot aAiot képupor Bpickovron
YOp® TOL, péca oe €va mpokabopiopévo opro (context window). e va yiver avt) M
oldIKacion ypnyopo Kol G®OTE 00 TOV VTOAOYIGTY), YPNOUOTOLEITOL O aAyOp1Ouog
Yroyaotikng Kabodov Kiiong (SGD) pali pe pio teyvikn mov ovoudletonr apvnrikn
detypatoAnyia (negative sampling). Méoa amd avt ) dtadtkacio, ot GYEGELS TOV YPAPOV

LETATPEMOVTOL TEMKO GE GLYKEKPLUEVES GEPEG aplBudv, OTov ot kOpuPol pe mopdpota



CUUTEPLPOPE KATAAYOUV VO £(OVV KOVTIVEG GUVIETOYUEVEG OTOV TEMKO OLVUGHOTIKO

YDPO.

2 peAEn Yoo Tov ALTIGUO, M EQOPUOYT] TOV GLYKEKPIUEVOL OAYOpiOHov TPocpEépet
onuovtika TAgovektuarta. EEottiog g tkavdtnTtag Tov vo 1c0ppomel OVAUEGH GTNV TOTIKN
Kot KaBoAkn avalnon, o aAydpiBuog umopei va gvromicel pe akpifelo 1600 T yovidia
oV cLVEPYALOVTOL AUEGO G OTEVES PLOAOYIKEG OUAOES, OGO Kal TIG EVPVTEPEG AEITOVPYIKEG
opol0TNTEG UETOED OPOPETIKOV PIOAOYIK®V HOVOTOTI®V 7OV GCLVOEOVTOL HE TNV

dtatapoyn.

2.6 Metpucn] Oporotnrog Atavoopdtov: Opowdtnta Xvvnuitovov (Cosine

Similarity)

Metd v mopaymy TOV SVUGHOTIKGOV ovarapactdcewv (node embeddings) amd tov
aAyopOpo node2vec, n aloAdynorn TG TOTOAOYIKNG EYYVTNTOG HETAED TOV KOUP®V GTOV
TOALOIAOTATO YDPO TPUYUATOTOIEITOL HEGH HOONUATIKOV UETPIK®V opotdtntoc. H mo
owdedopévn pebodoroyia yioo Tov okomd avtd egivar 1 opodtmra cvvnuitovov (Cosine

Similarity).

H dwdikacia Bacileton otnv aglomoinomn t@v HovoTaTidY TOL YPAPoL Yid TV e€aymyn g
nAnpogopiag. Avti va eEetdlovtal ot KOUPOl AmopovVOUEVA, TO GUGTNIO AVAAVEL TOV TPOTO
pe Tov omoio ot achéveleg Kat T yovidio cuvoéovtat evputepa péca 6to diktvo BioSNAP.
H g£0pvén avtn emtuyydveton pe tn gp1on Tov akyopibuov node2vec, o omoiog LeTOTPETEL
Vv tomoAoyikn Béom kabe kouPov ce éva divoouo aplBumv. Mg tov TpOTO OWVTO, OL
TOAMOTAOKES GYEGELS TOL OIKTLOV peTOTPENOVTOL o€ padnuotika dwvdcpata. Etot, ot
ovTOTNTEG OV £YOLV TaPOUOo0 poro 1 B€om 610 dikTLO, ATOKTOVV KOl SLOVOGLLOTO TTOV

Bpiockovtot kovtd peta&d Toug.

o v mocotikn afloAdynon TV ToPAyOUEVOV OLIVUCUATOV KOl TNV €0PECN TOV
6TEVOTEP®V GLGYETIcEWV, Ypnotpomoteitar 1 Opototnta vvnuitovov (Cosine Similarity)
(Manning et al., 2008). H petpwn oavt) vmoloyilel 10 cvvnuitovo ¢ yoviog mov

oynuatiCouv ta daviouato 0Vo KOUPmV 6tov ToAvdldotato ympo. H pabnuatiky oyéon

yio NV opotdtnra dvo dtavvopdrov V(dr) ko V(d2) opiteran oc:



V(dy) - V(d)
[V(d)IV(d2)l

sim(dy, d;) =

Omnov:

o O aplBunTg OVTITPOGMOTEVEL TO ECOTEPIKO YIVOUEVO TMV SAVUGUATOV V(dy) xa
ZM
V(d2) 10 onoio yuo M cuvicthoec opiletor g i=1 XV

¢ O mapovopootg amoterel to yvopevo tov Evkieideiov unkdv tov 5o dtavocudtov,

Zhvi@
Omov 10 UNKog Yo ke dévuopa d pe M cuvictdoeg opiletar og =1 .

H ewcoayoyn tov mopovopoot ETMITLYYOVEL TNV KOVOVIKOTOINGT TOL WUNKOLG T®V
OVOGUATOV, HETATPEMOVTAG Ta o€ povadlaio dtovocpoate. Me Tov TPOTO  aTo,
eEaceariletar 6TL 1 TeMkn pétpnon degv ennpedleton amd to péyebog TV dtavuoudtov —
onAadn amd 1o av évag KOuPog €xet vmepPolikd peydlo M pkpod TANO0C GLVOAIK®OV
CLUVOEGEMV — OAAGL EMIKEVIPAOVETOL OMOKAEICTIKA OTN YEOUETPIKN TOLS KotevBuvon. H

YEOUETPIKN TPOGEYYIon anotunmvetal otnv Ewkéva 2.3.

Ewkova 2.3: [EWUETPLKN QVATOPAOTAC! OLOLOTNTAC CUVNUITOVOU UETaED Slavuouatwy

gossip

1 v(d)

(dz)

jealous




Ot tipég g petpikng kopaivovrol avotnpd petald 0 kot 1y Betikovg aEoveg, 6mov n Ty
sim (dy, dp) = cos 0 gEgpraron anokhetoticd and ™ yovia 0. Tyég mov Tpooeyyilovy Ty
HOVAda VTOONAGDVOLV OTL 1] YoVia givat TOAD pikpn, ONAaON To SVOGHATO EXOVV oXEOOV
{010 KatevBovvon, yeyovog mov EPUNVEVETAL MG UEYIGTY) TOTOAOYIKN OLOIOTNTO. TN UEAETN
aLTH, LE KEVTIPIKO onpeio avapopds To didvuspa Tov Avtiopov, vroAoyiletar 1 Opotdtnta
Zvvnuitovov pe Kabe Ao KOpUPO TOV SIKTVOV, EMTPETOVTAG TV LEPAPYIKT KATATOEN TOVG

a0 TOV TO GYETIKO GTOV AYOTEPO GYETIKO.

2.7 Kprtikn} amotipnon vaopyovi®y VTOAOYICTIK®V HOVTEAMV

H a&loAdynon tov dtbéoiumv pebddmv avadeikviet pio EexdBopn eEEMEN, | omoia Eexva
Ao TOVG OMAOVS GTOTIOTIKOVG OEIKTEG KOl KATAATYEL GTOL GUYYPOVO OAYOPOUIKE LOVTEALL.
Ot mopadoctaxég texvikég, mov Paciloviar e yewpokivnto oxedacpéva PETPOL OTMS O
Babudc kopPov kot  kevipodTTo KOUPov, Tapovoidlovv cofapd TpofAnuata OTwMc 1
EMewym eveMéiag. AmotehoVv otaTioTikd otoyeion mov €€etdlovy OMOUOVOUEVE TOVG
KOUPovG Kol dev emTPEMOVY TOV Stapopacud e mAnpoopia petald tovg (Hamilton,
2020). Emuriéov 1 avaykn yio xepoKivnto 6XEO10GUO QUTMV TOV YOPOKTNPICTIKOV KOO1GTH
M Swdkacio Un omodoTIKY Yo TPAYUOTIKA diKTVa, T0. omoio cuYVA amoteAoVVTOL Ao
eKaToppdplo. KOUPOVS Kol OKUEG KOl amoutohV VTOAOYIOTIKE KAMUOKMTEG TPOCEYYICELS

(Grover & Leskovec, 2016).

H swoayoyn aikyopiBuwv mov Pacilovror oe tuyaiovg mepurdrovg, 6mwg o DeepWalk,
OVTILETMOMIGE OVTN TNV VTOAOYICTIKY] TPOKANGY, YPNOYOTOIOVTAS TOV OaAyoplOpo
Hierarchical Softmax ywo v mpocéyyion tov mBavot)tov (Hamilton, 2020). [Tapd v
emruyia tov dpwe, o DeepWalk emucpiveron yio axopyio, kabmgn opoldpopen Kivnon oto
diktvo mepropilel ™V wavoOTTO TOV Vo TPOGAPUOLETOL GE SLUPOPETIKA OOUIKE TpOTLTTAL
Emmiéov, m ypnomn tov Hierarchical Softmax oamodewvdetor AydTEPO OTOSOTIKN
VTOAOYIOTIKGL G€ GUYKPION HE TNV TEXVIKN NG apvnTikKng oetypatoinyiog (Grover &
Leskovec, 2016).

Ao ™V GAAn TAevpd, 0 adydpBuog node2vec Eemepvd anTOOG TOVS TEPLOPICLOD, KAODG
glodyel peyodvtepn eveMéilo PECH TV UEPOANTTIKOV SdpOU®dV Kot a&lomolel v

amodOTIK  TEYVIKN TS opvntikng oerypotoAnyiog (Hamilton, 2020). Ilopd to



mAeovekTnuato avtd, m peAétn tov Hacker & Riek (2022), avodeikvier cofapég
VTOAOYIOTIKEG Kot SOpKEG advvapieg mov oyetilovton pe ) otabepotnta (stability) kot tnv
molotnta (quality) Tov aAdyopiBpov. Adym TV GTOYACTIK®OV TOPAYOVTOV TOV aAyopifuov,
TOPAYOVTOL CNUOVTIKG Ol(pOPETIKE  OlovOoHOTO, OKOUO. Kol HE TS 101eg axpiPadg
VIEPTOPAUETPOVS, EVD OPLoUEVES EMAOYEG pubuicemv 00MyoUV oe eEoUPETIKA YOUNAES

amod0GELS, Ol 0ToleG dev EEMEPVOVV GE OMOTEAEGLATIKOTNTO piol EVTIEADS TUYOia TPOPAEYT).

210 TAaiG10 TNG LIOAOYIGTIKNG PloAoyiag, ot mapamave dtopopés kabopilovy TV TEAIKN
emAoyn tov povtédov. Ta Proroyikd diktva TeptEyovy cuyvd peyaio Babud BopvPov kot
AavOacpéves kataypapés cuvoéoemv (Ma & Tang, 2021). Ot mopadocloKES CTATIOTIKES
pébodor advvatovv va Eeympicovv tov B6pvPo, evd aArydpiBuol 6mmwg o DeepWalk
napovcstalovv Bépata gvehéiog (Hamilton, 2020). AvtiBeta, o node2vec mpoc@épet
peyodvtepn ovhektikdmra oe eAlmn| 1 BopuPmon dedopéva (Grover & Leskovec, 2016).
Qot600, N dlOmMoTOUEVT gvaucOncio Kot aoTdfeld TOV AMEVOVTL GTIG VIEPTUPAUETPOVS
emPdriovy aitepn mpocoyn. o Tov Adyo awvto, katd v avaltnorn Proloyikmv
dedopévav, kpivetor avaykaio vo amo@evyetal 1 6TNPEN o€ pio LEHOVOUEVT EKTEAECT] KoL
TPoTEIVETOL 1| TPOYUATOTOINOT] TOAAATADY EKTEAEGEMV TOL OAyopiBuov, dtacparilovtag

€161 TNV €YKLPOTNTA TOV TEMKOV Proloyikadv amotelecudtov (Hacker & Rieck, 2022).



3.Agoopéva ko YroioyroTiky) Yaooopn

3.1 IInyM kon Xapaktnprotikd 100 Xovorov Acdopévav (BioSNAP)

H emoyn evog 0o&OMGTOL KOt KATOAANAG SOUNUEVOL GUVOAOL OEJOUEVMV amOTENEL
BepeMmon mpoimdeon yoo TNV eEaymyr] £YKUPOV CUUTEPACUATMOV GTNV VTOAOYIGTIKN
BloAoyia. "o Tovg 6KOTOVG TNE TOPOVGOG TTVYLOKNG EPYACTAG PN OILOTOONKaY dedopéval
and 1 ovAroyn BioSNAP (Biomedical Network Dataset Collection) tov Ilavemotnuiov
Stanford. H cvykexpipévn mhateoppa mapéyet e£edikevpuéva PloAoyiKa Kot 1Tpika dikToa,
TO. OMOil0l  OMOTLTAOVOLV TEPIMAOKES KLTTOPIKES KOl  YOVIOLOKEG  OAANAETOPACELS,
KaoTOVTOS TA W0aVIKA Yoo TNV aEoAdynon alyopiBuov expadnong Avonapacticemy

I'pdomv.

To ovykekpipuévo cdvoro dedopévav mov eEetdleton mpoépyetar omd ) Paon DG-
AssocMiner (Disease-Gene Associations) tng ocvAioyng BioSNAP. To apyeio avtd
KATOYPAPEL TIS TEKUNPUOUEVEG CLGYETIOES avaueco o€ Obpopes achéveleg Kol oto
avtiotoryo yoviole mov cuvdéovtar pe avtés. H mAnpogopia eivar opyovopévn e tpeig
Backég omhes: 10 povadikd avayvoplotikd e acbévelog (Disease ID), v emionun
ovopaocia g achévelong (Disease Name) kot 10 avayvopiotikd tov yovidiov (Gene ID).
Méca amd avutd to €VPOTEPO GUVOAO JEJOUEVMV, N TOPOVGH HEAETY) OTOLOVMVEL KOl
EMKEVIPAOVETAL OTIS PLOAOYIKEG OVIOTNTEG KO TIG GUOYETICES TOL GLVOEOVTOL LE TOV

Avtiouo.

Xe OTL QOpPA TO. TOGOTIKA KOl TOTOAOYIK( YOPAKTNPIOTIKA TOV, TO KOBOAKO diKTvo NG
Baonc mapovsialet pia waitepa mokvy dopn. Ta avarvtikd ctoryeia Tov diktHov, omoia

AmOTELOVV TO VIOAOYLIGTIKO LTORaBpo TG peAétng, cvvoyilovtal otov Ilivaka 3.1.

IMivaxag 3.1: Torohoywd xor ITocotikd Xapaxtnpiotikd tov Kaboiuod Awtdoov DG-

AssocMiner (BioSNAP)

XapokInplotikod Atktoov Tyn/Métpnon

Yvvohiko ITAn0o0g KopPwv (Nodes) 7.813




Yvvolkd [Tan0oc Axudmv (Edges) 21.357
Koppot AcBeveimv (Disease Nodes) 519
Koppot I'ovidimv (Gene Nodes) 7.294
[Tocootd Koppwv e Méyiotn Zvvektikny Xvviotooa (SCC) 100%
Avgpetpog I'pagpov (Diameter) 8
Amoteleopatiky StapueTpog 9000 ekatootnuopiov (90-percentile 543
Effective Diameter)

Onwg mpokvntet amd tov Ilivaxa 3.1, to 100% tov KOUP®V Kot TOV OKUOV TOV HKTOOV
avikel ot Méyiom Zvvektkn Zvvictoca (Strongly Connected Component -SCC),
YEYOVOG OV onuaivel 6Tt deV VPICTOVTOL ATOUOVOUEVOL KOUBOL 1} OTOKOUUEVE, VITOSTKTLA.
H péyiot andotacn peta&d 600 0motovonmote KOUP®V (SIAUETPOS TOV YPAPOV) 1IGOVTOL LE
8, evd m Amotedecpotikn owduetpog 90ov exoatootnuopiov (90-percentile effective

diameter) vroloyileton o€ 5.43

Ot mopomdve mTocoTiKol JelKTeEG KOl To. KOOOAKAE GTOTIOTIKG GTOLEID AMOTLITMOVOLY TO
VIOAOYIOTIKO  péyefog TOL JKTOOL, YWPIG OUWMG VO PAVEPMOVOLV TNV ECMOTEPIKN
apyrtekTovikn Tov. ['a va yiver duvatn 1 a&lomoinomn autdv TV dEd0UEVOV Kol 1) LETETELTA
eQOpUOYn oAyopiBumv ekpuddnong avomapoctdcewv, eivor amapoitmto vo avaivbel o
TPOTOG PE TOV 0T0i0 01 0VO SUPOPETIKOL TOTTOL OVIOTITM®V GLVOEOVTAL KOl OPYAVAOVOVTOL

dopkd, omwg eetdlovion otV evOTNTA TOL OKOAOVOEL.

3.2 Tomoroywkn Aoun kot Xynuo Agdoopévov: Avarapdotacn oc Bipartite
Graph

H xotavomon g ecotepikniig opydvmone tov cuvorov oedopéveov BioSNAP sivan
KaBop1oTIKY Yo T 6®OTH povielomoinom Tov. To cuykekpiévo diktvo dopeitanr wg Evag

owepng yphoog (Barabdsi & Oltvai, 2004). Xt 0Oeopia Swktdwv, £€vag ypaEOg



yopoktnpileTton g dtpepns 0TaV T0 GLVOAO TV KOUPWV dtowpileTor o€ OVO JUKPITES Ko
aveEapTNTES ONAOES, e TETO0 TPOTO DOTE KAOE GUVIEST] VO EVAOVEL OMOKAEICTIKA Evav

KOUPO TG TPp®OTNC opadag pe Evov Koo e devtepng opddog (Barabasi, 2016).

YV Topovoa LEAETT, 01 000 avTég opddes kabopilovtat dpeca amd T froAoykn evon Kot
™ doun tov ovvOAoL odedopévev DG-AssocMiner. H wpdmn opddoa mepilapfavet
QOKAEIOTIKA TG acbéveie (pe kevIpIKO onpeio avapopds Tov Avtioud), eved 1 devtepn
opdoo meptlopupdver ta yovidiw mov oyetiCovtar pe avtés. To Poacikd TOmOAOYKO
YOPUKTNPIOTIKO OVTOV TOL GYNMOTOG ivar OTL dev VAP oLV amevbeiog cuvoEoelg petald
KOUPwV ov avikovy otnV id1a opdda. Avtd onpaivel 0Tt To 6To IKTVLO dEV VITAPYOVY OKUES
mov va evavouv pia acBéveln omevbeiog pe pion GAAN acbéveloc, ovte yovidiw mov va

aAANAETIOpoVV amevbeiog LETAED TOVG, KOOIGTAOVTOG TIC GYECELS QVGTNPE ETEPOYEVELS.

Avty n Owepng doun TPOGPEPEL £V OTUOVTIKO TAEOVEKTNUN GTNV OTOTOTMOCN TOV
Blodoyikdv cvoyeticewv, KaOOC emitpémel v Kabapn UEAET TV CAANAETIOPACE®V
AVAUESO GE OVO EVIEANDC SLOPOPETIKA EMIMES O TANPOPOPIG — TO PUVOTVTO (0GOEVELES) KOt
10 poplokd (yovidw). H vmoapén pog oxkpng vmoonidmvel pio tekunplopévn Proioykn
GLGYETION, OOV £va GLYKEKPEVO yovidlo oyetileton dueca pe pio acBéveln. Kotd
GULVETELQ, 0V dVO J1APOPETIKEG acBEVELEC GLVOEOVTAL LE TO 1010 YOVidL0, ) peta&h Toug oyéon
dgv @aiveton pe pio omevbeiog ypoppr, oAAG TPOKVTTEL EUUECO, EMEWDN Kot ot 60

KOKOLUTOVV» GTO {510 YOoVidlo.

H cvuykekpipévn dktvoakn dtdtaén kot o TpOTog e TOV OO0 01 GLVOEGELS OLATEPVOVV TIG
000 opadeg kOpPov arotvndvovtarl otnv Ewova 3.1. H ontikoroinon avt kabiotd capéc
OTL, TOPA TNV ATOVGIO OLOYEVAV GLUVOECEMV, TO OiKTVO dtatnpel pio 1WoYLPN ECMOTEPIKN
ocuvoyn. H katavomon oautig g Opepolds apyltekTovikng, €ivar amopoitntn, Kobdg
kaBopiler Tov TpdémO pe TOV Omoio ot adyopuor Tuyaimv meputdtov Ba whonynbovv
apyoTEPO GTO OIKTVO, LETOMNODVTOS EVOALAE amd TO €MIMESO TOV OGHEVEIDV GTO EMIMEDO

TOV YOVISlmV, Pe GKOTO TNV ££0YMYN TV TOTOAOYIKAV YOPUKTNPIOTIKDV.



Ewcova 3.1: ynuartiky avamapdotaon SIUEPOUC YPAPOoU

U V

3.3 Awyeipron Ymohloywotikov IThaoiov (Global Topology) ko

Ipoenelepyaoio

[Ma v emttuyn eKTEAEST TOV VTOAOYIGTIKMOV TEPAUATMV, 1) ATTAT) KATOYDPNGT TOL OPYLKOD
apyelov dedopévav dev emopkel: amorteiton pio cuoTNUATIKY dladiKacio Tposnesepyaciog.
210%0G TG SlodKaGiag TG Etvatl 0 TEPLOPIGUAS TOV EVPVTEPOV JIKTLOL YUP® OO TNV
dlatapayn, ONUIOLPYDOVTASG £V GTOYELUEVO vroypaenua (subgraph) mov eotidlel otov
AvTiopd. 10 vToAoy1oTIKO TAAicl0 TG avdAivong cvvletwv OIKTO®V, 1 ETAOYN Kol M
dwyeipon ¢ kaboikng tomoroyiag (global topology) eivar kabopiotikng onpaociog,
kaBdg opilel T dopun pésm g omoiag dackopmiletat | TANpo@opia ypryopa 6 OAOKANPO
t0 ovotnpa (Bastos-Filho et al., 2011).

H pon ¢ mpoeneéepyaciog yio tnv eaymyr| avtod tov mAaiciov PacileTot ota dedopéva

tov mivaka DG-AssocMiner Kot vAomoteital 6g dV0 dloKPLTd 6Tad1o PIATPOPIGHATOGC:

1. TIp®to otddio (Amopdvoon yovidiov): Apyikd, o kaBoAKO Tivakag IATPApETL LE TN

Bdon ™ omin tov acbeveldv, KPATOVTOG LOVO TIG EYYPOPES TOV GPOPOVY TNV TIUN

“Autistic Disorder”. A6 10 QIATpAPIGHA 0VTO EEAYETOL 1 TAN PG AlOTO LE TOL LOVALOTKEL

avayvoptoTikd TV yovidiov (Gene IDs) mov oyetilovtan dueca pe tov Avticpo.



2. Aebtepo otddlo (Atebpuvon SktOov): Xt cvvEXELa, 1| MOTO VT YPTCLULOTOLEITOL MG
KPUTPL0 Yo £va IATPAPICLO GTO aPYLKO, TANPEG GUVOAO dedopévav. 1o fripa oo,
avalnrovvtal Ko glodyovion oto DataFrame dAeg o1 vroAowmes acBéveleg e Pfaong

O0edOUEVMV 01 0TOlEG GLVOELOVTOL LE TOVANYICTOV £Va OO TO YoVidla NG AloTog Tov

AvTicuo0.

Me v 0AOKANP®GT VTG TNG O1001KAGI0G, amoppimTovTal 01 TANPOPOPieg Kol o1 KOuPot
OV apyeiov TOV Oev €YOVV KOl CUVOEST] LE TN UEAETN, LELOVOVTIOS TOV VTOAOYIGTIKO
@opto. Tavtdypova, eEacporiletarl 0Tt To TEMKO dikTvo draTnpel TNV AmapaitnTn KOOOAK
dopn|, EMTPETOVTAG GTOVG TVYOIOVG TEPITATOVG TOL node2vec va kivnBobv og BAbog Kot va

YOPTOYPAPNGOLY GMOGTA TN BE0M ToLV AVTIcUOD 6TO EVPVTEPO Broroyikd TepPariov.

3.4 Movtehomoinon ko YAiomoinon tov Awktvov og mepiffairov Python

(NetworkX)

Metd v olokhpwon tng mpoenelepyaciog Kot Tn dnpovpyic Tov TEMKOD GTOXEVUEVOL
nivaxo 0edopévav, T0 ENOUEVO GTASI0 TEPILAUPAVEL TN PUOIKT KOTOGKELT] Kot DAOTTOINGT
TOV YPAPOL G€ TPOYPUUUATIOTIKO TEPPdArov. Ta ) dwadkacio avt) ypnoomoteital n
YA®Goca mpoypappaticpov Python n omoia, oe cvvovaoud pe m PpAodnkn NetworkX
(Hagberg et al, 2008), amoteAel éva amd T oNUAVTIKOTEPO EPYOAEID GTOV TOUEN EPOUPLOYDV

BlomAnpopopikng

H NetworkX etvon pia BipAtodnkn avorytod kdotka vynAoD ETmTEOOV, GYESIOCUEVT Y10l TN
oNuovpyia, ToV XEPIGUO Kot TN HEAETN TNG doUNG oVVOETOV SIKTO®V. XT0 TAMIGL0 NG
Tapovoos epyaciog, 1 emAoyn ¢ Pacicmke omv wKavoTnTd ™G Vo dwyelpileton
e1EPOYEVEIC OOUEG OEdOUEVMV, OTMG 01 SUEPEIS YPAPOL, KOt VO, ar0didEl SUVOUIKA 1O10TNTESG
(attributes) otovg KOUPoLG Kot TIC akpEG TOL dikTHoL. Ecwtepikd, n NetworkX Baciletal og
dopég dedopévmv g Python (dictionaries), yeyovog mov emtpénel Tnv TavToT 0valnTnon

Kot TPosONKT otoryeiwv pe BEATIOTN VTOAOYIGTIKY TOAVTAOKOTNTO.

H dwdikacio g vAomoinong exwva pe v ompovpyio evog eVieEA®S AOEOD Ypapov ot

LV LT TOVL DTOAOYIGTY], O OTTO10G GTNV apyN OV TEPLEYEL KOVEVOY KOUPO Kot Kapio OvOEo.



2m ovvéyela, o kddwkag oPdalet pio Tpog pio TIG YPOUUES TOV PIATPAPICUEVOD TTivaka

dedoUEVMVY, AmOUOVAOVOVTAG TNV acBEvela Kot TO avTioTOoryo Yovidlo kibe KoToypagng.

Kotd ) didpketa avtig g dtadikasiog, o ahyoptOpog eléyyet av £vog kOUPoc vapyel oM
otov Ypdpo. Av pio acBévela 1 Eva yovidlo epgaviletor oe TOAAEG O1UPOPETIKES YPOUUUES
TOV TivaKo, 0 VITOAOYIOTNG OV Eavadnovpyel Tov kOUPo, aAld dnpovpyel pio akun yo

TOV GUVOEGEL.

To 1ehMK6 amotédespa etvat ) dNUIoLPYio EVOG OAOKANPOUEVOL YNPLOKOD OTKTVOV, TO 0010
ATOTLUTMOVEL TOTA TIG PLOAOYIKEG GYEELS YOp® amd Tov AVTIGHO Kot givon £TOLO Yo TV

epapproyn arkyopifuwv avéivong.



4.Ynoroytotikny Yiromoinon «kov Ilapaperpomoinen Tov

AXyopiOpov Node2Vec

4.1 Apyrrektovikn Tov Xvotipatog kou Pipeline Enelepyaciog

H vroloyiotikn mpocéyyion mov avantoydnke oty mopovca epyacio Pacileton oe pia
GLYKEKPLUEVT APYLTEKTOVIKT] ZVGTNOTOC, CLUYKEKPIUEVO TPLOV EMTESMV, 1] OTTOi0 VAOTOLEL
éva Data Pipeline og mepipdArov Python. H emiloyn avtic ¢ apyrtektoviknig doung €ywve
Y. TOV O ®PIoUO TV €6ay0EvIav dedopévev amd Toug aAyoplOlovg Kol TO TEMKO
eninedo mapovciaong TV anoteAecudTOv. Mg 0vTO TOV TPOTO TO GUGTNUO OEV OTOTEAET
amAd éva oevaplo koo (script), aALd £vo SounpéVo VTOAOYIGTIKO TEPIPAAAOV, OOV KO
EMIMESO EKTEAEL VOV GLYKEKPYEVO POLO KOl TPOPOSOTEL TO EMOUEVO PEGA ATO TV XPNON

tov Data Pipeline.

H apyitektoviki TOV GUGTALATOS OPYAVAVETOL 6T akOAOVON TPl KEVTIPIKG EMimeda, TO

omoio ekteAoVVTOL oEPLaKd pEca amd mEVTE (5) dadoyka oo

1. Eminedo Aedopévov (Data layer): To eminedo ovtd amoterel v agemmpia Tov
GLGTNUATOG Kot vt VTEVOBVVO Y10 ATOKAEIGTIKA Y10, TNV EIGAYMYY], TOV EAEYYO KAOMDG
KOl TNV TPOETOLAGIN TOV OEOOUEVOV. XTO GLYKEKPUEVO EMIMEDO EKTEAEITOL TO TPMTO
Prua, 6mov eivar n ®optwon kot o Kobapiopog towv dedopévov. To ocvotmpa
mpaypotonolel EAeyyo yio v owbecipudmra tov apyeiov ‘DG-AssocMiner miner-
disease-gene.tsv’ pécm g Piprodnkng os. Epdcov 1o apyeio evtomortei, n PAobnkn
pandas avolapupAavel vo To OPTAOGEL 6T UvNun o€ popen| mivaxo (DataFrame) pe tig
otieg ‘Disease ID’, ‘Disease Name’ «oir ‘Gene ID’. Xg ovtd6 to onueio
mpaypotonoleitor o Kobapiopdg dedopévev (data sanitization) pe v péBodo
‘.str.replace('"', '")’, n omoia aaipei ta SUTAAL g0 ywYIKE TOL TPOKAAOVY B6pLPO GTA
ovopata tov acteveldv, kot v .str.strip()’, n oroio amopaKpOHVEL TUYOV TEPITTA KEVAL

dloTHaTO.



Tunua kwéike 1: Mpoceneéepyaocia Sebousvwy BioSNAP

file path

if os.path.exists(file path):
( \ f : file path]
else:

("0opt ")

df - pd.read_csv(file path,

df[ '] ='df[’D ].astype(str).str.replace('"’', '').str.strip()

2. Eminedo Enefepyacioc (Processing Layer): Amotedel 10 ONUOVTIKOTEPO KOUUATL TOL
OLGTNUATOG, KOOMG déyetor Ta o kabapiopéva dedopévo amd to Data Layer kou
avoAappavel 0A0 0 OVGKOAD aAyoplBuIKO Koppdtt g povtelomoinong. To eninedo
yopiletar og Vo Poocwkd vmocvoTAUATE, WHE TPOTO Vo givor To XvoTnuo
Movtelomoinong tov ypaeov kol devtepo M Expdbnon Avamopoactdcemv pe v
gloaymyn tov aAyopibpov node2vec. 1o KOUUATL TNG LOVTEAOTOINGNC, OOV OmoTEAEL
Kot 1o 0e0TEPO Pripa g enelepyaciog, 0 KMOKA HETAPPALEL TIG YPAUIES TOV TTivako
o€ MO OVTIKEWUEVOSTPOPT OOUT OIKTOOVL. Apykd yiveTtow 1M apylKomoinon €vog un-
katevBuvopevou ypaeov pe v ypnon g NetworkX, péoa amd tnv evtoAn
‘nx.Graph()’. Xt ovvéyewn, pe ™ xpnon plog eravadinyng (for loop) mov Pacileton
ot ovvdptnon ‘df.iterrows()’ , 10 cHGTNUA TPEYEL GEPLAKA TOV TIVOKO JEQOUEVMDV
ypopuun mpog ypapu. H cuvdptmon avt yopilet to DataFrame, emtpénovioag otov
KOOIKO VO OTOLOVMCELG 6€ KAOE Pripo Ta Tepleyopeva e eKAoToTE Ypapuung (row),
ayvoovtog tov ociktn ™c. 'Etotl, kébe (evyog acBéveloc (row['Disease Name']) ko
yovidiov (row['Gene ID']) e€etdleton pepovopéva kot cuvoéetal avtopato pe pio
axun (edge) péow g evioing ‘G.add_edge()’. ['a Adyovg oporopopeiog Kot ophod
OO ®PIGHOV TOV KOUPWV, GTA AVAYVOPICTIKA TV YOVIdimV TpooTifeTol auTopoTo To
npdOepna "Gene ". To amotélecua VTG TG EMOVOANYNG Eivol M KOTOGKELY] €VOG
OYEPOVg  YPAPov, o omoiog mepAapPdvel T0 GOVOAO OA®V TV  PloAoyik®v

GLCYETIGEMV.



Tunua kwdika 2: Anuioupyia Kot apyIKOIoiNG TOU YPpaEPoU

("

G = nx.Graph()

for _, row in df.iterrows():
disease - row['
gene - " "+ str(row[’
G.add edge(disease, gene)

( wi : , - {G.number of nodes

210 1pito Prpa g emeEepyaciag OmMOTEAEL N TAPOUETPOTTOINGT KO 1 EKTOIOELON TOV

povtédov node2vec o omoiog o avaivbel Tepaltépm oto vTokePdAao 4.2.

3. Eminedo Eopoppoyng kot Ilapovoiaong (Presentation Layer): To emimedo avtd
avoAappavel v eEaymyn g PLOAOYIKNG YVAOONG KO TN YEOUETPIKN OAMEKOVIGT TOV
y®Opov twv embeddings. Avtictora pe To Tponyovuevo eninedo, Kot avtd yopiletal
6€ 000 VTOGLOTHHATA, TO TPMOTO avalNTd Kol EKTVTTAOVEL TNV OpotdTNTa Xvvnuitovov
Kot 1o Ogvtepo avorapPaver v Omtikomoinon t-SNE 1 omoio xotaAapPavet

OLPOPETIKO VITOKEPAAOLO TNG EPYACIOS.

To mp®TO VTOGVOTNHA, KOl TO TETOPTO PrHa ™G enesepyaciag, T0 cOoTNUA eKTEAE] pHia
avtopatorompévn avalnmon evromilovtag tov kOpPo-otoéHY0 mov oyetileton pe Tov
Avtiopo (avalntovrog g AéEeic-kiedd "autism" 1 "autistic"). MoOAG evtomiotel o
enionpog 0pog (‘Autistic Disorder'), n ocvvdptmon ‘.wv.mest_similar()’ vroioyiler v
OHOLOTNTO GLVNUEITOVOL OVALESO GTO SLAVUGLO TOL AVTIGHOD Kot OA®V TV AAA®V KOUP®V,

emoTpéPovtag T Mota Katdtaéng pe ta 10 emkpatéotepa vIroyn Lo yovidio



Tunuoa kwéika 3: YrroAoytouog Cosine Similarity

search_term
for node in model.wv.index to key:
if "aut 7 node. lower() "autistic" node. lower():
search_term - node
break

if search_term:

(f"\n NoT YMATA COSINE SIMILARITY [ {search term]
similar = model.wv.most _similar(search _term, )
for name, score in similar:

( name score )

("\nu (

else:

4.2 lMopapeTpomoinon kot Exraidgvon tov AlyopiOpov Node2Vec

Onwg mpoavaeépOnke, oto tpito Prua g enelepyaciag o YpAPOS mov Onpovpyndnke
glodyeton otnv kKAdon node2vec, |1 GKOTO VO LETATPATOVV Ol GUVIEGELG TOV SIKTHOL GE pia
oelpd amd apdpove. H dadikasio avt Paciletor omnv eKTEAESN UEPOANTTIKMOV TLUYOI®V
TepmATOV, 01 0moiol EAEYYOVTOL ad CLYKEKPIUEVES VItepTapapeéTpovs (hyperparameters)

mov Kabopilovv v e€epedivion tov diktvov BioSNAP.

H napdauetpoc ‘walk _length=20" xabopiler 6T1 KaOe TVYOi0C TEPiMTATOg B EYEl unKog 20
Sdoykov Pnudrtov ond koppo oe kKOUPo, emrpémoviag Vv 1oppornuévn eepedhivnon

TG0 TNG TOTIKNG YEITOVIAG OGO KAl TNG EVPVTEPNG OOUNG TOV YPAPOV.

O apBpdc avtdv TV dadpoudv opiletar amd v mapdpetpo ‘num_walks=100’, | onoio
emParier v exkivnon 100 aveEdpttov mepimdtov ond kdbe koOpPo ToL dktHOUL,
dcParilovtag T GLYKEVIPOON €VOG TAOVGIOL OYKOL OTOTICTIKMV OEOOUEVOV Y10 TN

YE®UETPiAL TOL YPAPOV.

BéBata, mépa amd TIC TOpAPETPOLS TTOV AvAEPONKAY TOPATAVE®, Ol CNUOVTIKOTEPOL
TOPALETPOL Y10 TNV LAOTOINGT TOV aAyopiBuov gival ol p Kot g. v mapovca vAoToino,

ol mopdpeTpol emoTpoPnG p (return parameter) kKou petaxivnong ¢ (in-out parameter)



dttnpovv T1g mpoemaeypéveg toug TES (p=1.0 ko g=1.0). H mapdpetpog p eréyyet v
TOOVOTNTO EMGTPOPNG TOV TLYOIOL TEPITATOV GTOV OAUECHS TPONyovuevo KoOuPo.
Avrtictoya, N mapauetpoc g kabopilel edv n mepulynon Bo mepropiotel Tomikd oty 10
yertovid, mpooeyyilovtog ™ ovumepipopd g ovoalnmong oe madtoc (BFS), 11 edv Oa
amopakpvvietl Tpog Pabutepa enimeda Tov SKTOOV, TPOGOUOIDOVOVTAG TNV avalnTnomn o€

Baboc (DFS) (Grover & Leskovek, 2016).

Télocg, uéow g pebddov “f()’ o1 alvcideg TV KOUPW®V TOL TOPdYONKAY ElGAYOVIOL GTO
povtédo Skip-Gram g Biprodrkne Gensim (Rehurek & Sojka, 2010). Exei, pe v
ocuvOnin ‘window=10’, o povtéio e€etdlel T péyiom amdotaon 10 kéuPwv eviog tov
id1ov ePmATOV Yo Vo BEATIOTOTOMGEL TIG dtovuGaTIKES avamapactdoelg (Mikolov et al.,
2013), evod n emloyn ‘min_count=1" gyyvdror 611 kavévag kOUPog dev Ba amokieiotel amd

TNV eKmaidgvomn, akoun Kot av dtobétel pia Lovo GOVIEDT).

To telkd amotéleoua Ba gival 1 Tapoaywyn evog otabepod mivaka cUVEXDOV SUVUCUATMV
duotaone d=64, o omoiog amoOnkevetar oto avtikeipevo model. Evd oty apyw
Broypagia twv Grover & Leskovec (2016) o¢ Tuomikn T ava@opdg xpnotorotohvton
ot 128 daotdoelg, 6Ty mopovca bAomoinomn emAéynkay o1 64 dwuctdoeic. H cvykexpiuévn
TOPOUETPOTOINGT amOTEAEL KAOIEPOUEVT TPOKTIKY G PLOTANPOPOPIKES AVOADGELS IIKTVWOV
mapopowng kKiipoakag (6mwg 10 BioSNAP), kabdc mpospépel v 100VIKT] VTOAOYIGTIKNY
160pPOTin, OMOTPEMOVTOS TO QOVOLEVO TNG LITEPTPOGapLOYNG (overfitting) ,peudvovtag Tic

QTOLTNGELS VI UNG.

Tunua kwdika 4: Mapaustponoinon kot eknaibsvon Node2vec

("\nfnfi6epbd
node2vec - Node2Vec(G,

model - node2vec.fit(




S.JIepopotika AToteEAéoHOTO,

5.1 Tormoloywn Xvumeprpopd Tov Aryopidpov 610 AikTvo Elcddov

H mopovcioon tov amotehecpdtov Eekva pe v e£€Ta0m TOL TPOTOL LE TOV OTTO10 1 1010
n popen tov ypapov BioSNAP emmpéace 1 onuovpyio tov davvopdtwv. Onwmg
avoADONKE GE TPONYOVUEVO KEPAAMLO, TO CLYKEKPIUEVO JiKTLO glvar apKeTd apotd aALd
TEPIEXEL OPIGUEVOVG KEVTPIKOVS KOUPOLG HE TAPpa TOAAEG GUVOEGELS, OTMC 1 acBEvVELD TOV
Avtiopod. Katd m didpkela tov melpdpatog, n wwitepn avtn) doun kabopioe TANpmG ™)
dwdpoun mov axorlovncav ot Tuyaiol mepimatol devTEPNS TAENG TOV node2vec, KAOADS ot
mBovotnTES pETaKivioNS Tov alyopiBpov e€aptdviol dueca and TO0 TMOG GLVOLOVTAL Ol
yerrovikoi kopPor peta&y tovg (Grover & Leskovec, 2016). E€attiag tov peydiov aptBpov
TOV GLVOEGEWV TTOL £XOVV 01 KEVIPIKEG acBEveles, ol mepimatol TEpacay TOAD cuyvd amd

avTES, LolevovTag Tol TANPOPOPIES Y10 TIC AUEGES Kl ERUECES PLOAOYIKEG TOVG GYEGELG.

210 onueio avtd, 1 emAoyn va dttnpnBodv o1 TPOETAEYUEVES TILES OTIG TAPAUETPOVS p
Kol g amodeiytnke wiaitepa onuavtikn. H puBuion avt enétpeye otov ahydpBpo va unv
KKOAANGED ATOKAEIGTIKA YOP® 0mtd PEYAAOLG Kot TUKVOVS KOUPOVG, aALE va cuveyicEL TNV
TEPUYNON| TOV HE PLVOIKO TPOTO PEGH 6TO OikTvo. Me avtdv ToV TpdTO £EacParioTNKE OTL
aKopo kol yovidlw pe eAdyloteg oLVOECELS, TO. omoio glvar Alydtepo peietnuéva,
KOTOYPAPNKOV GOOTA LEGH GTOV SLVUGHOTIKO Y®po. Telkd, 1 ekmaidgvon Tov Lovtélov
Skip-Gram Bacictnke kaBapd ot Ye®UETPIR TOV YPAPOV, LETATPETOVTOS TIG GUVOEGELS TOV
OKTOOV GE GLYKEKPLUEVES OMOGTAGELS WEGO OTOV YOPo TV 64 dnctdoemv. Avti 1
dwdkacio dnpuovpynoe ) Paon yuo va BpebBodv ot onuavTikég floloyikés CLGYETIGELS TOV

TOPOVCIALOVTOL GTI] GUVEXELD TNG EPYOCING.



5.2 E€ayoyn Xvoyeticeov kot Kataraln Yroynowwv IN'ovidiov

Metd v oAOKANP®OT NG ekmaidevong Tov aAyopiBuov node2vec, Ol TOTOAOYIKEC
1010tteg Tov OtkTvov BioSNAP éyouv petatpamel emtuydc 6€ dovuoHATo oTOOEPOD
peyEBovg evtdg TOL YOPOL AVOTOPACTOONS. To EMOUEVO OTASIO TNG TEIPOUATIKNG
dwdkaciog aeopd TV aflomoincn avTdV TOV SVOGUATOV Ylo. TV oVIKIALYT VE®V
BloAOYIK®V GLGYETICEMV, [IE EMIKEVTPO TN VEVPOOVOTTLELNKT] dtatapayn Tov Avtiopo. ['a
TNV TOCOTIKT OOTIUNGN TNG CLVAPELNG LETOED TNG ACHEVELNG-GTOYOV KOl TV YOVIdI®V TOV
YPAPOV, ¥PNOLOTOONKE N LETPIKT TNG OLOOTNTOG cuVNiTovoy. H cuykekpiuévn petpiky
vtoAoYilel To cuvnpitovo TG Ywviog mov oynuatilovy Ta avTicTo o S10VOIGUAT GTOV YMPO
Tov 64 dactdosmv, Aapupdvovtag Tipég oto ddotnpa [0,1], dmov 1 vroonAdvel amdALTN

OLOVUGLLOTIKNY TOVTICT KOt EVBVYPAIGT).

Méow g cvvaptnong .most.similar()’, n owoia e&nyndnKe 6TO TPONYOLUEVO KEPHANLO, TO
ovotnua vroAdylse to Cosine Similarity avdpeso oto Sidvooua tTov dpov ‘Autistic
Disorder’ kot Tov GUVOLOL TV S10OEGIL®Y YOVIdi®V TOL d1KTHOL. XToV axkolovbo Ilivaka
5.1 mapovcialovior ta 0EK0 EMKPATESTEPO YOVIOLO, TAL OTTOI0 EUPAVIGOY TOV VYNAOTEPO

Babuod opototnTOg HE TV acBivela-oToyo.

IMivaxag 5.1: Ta 10 Kopvgaio Yroyneuo Iovidwa pe Bdon to Cosine Similarity

Katdraén Avoyvoplotikd Enionpo 2xop
T'ovidiov (Gene ZouPoro Opootrag
ID) I'ovidiov (Gene Yvvnuitovov

Symbol)

1 Gene 282553 AUTS8 0.9686

2 Gene 8456 FOXN1 0.9661

3 Gene 152789 JAKMIP1 0.9661

4 Gene 64326 COP1 0.9654

5 Gene 54538 ROBO4 0.9644




6 Gene 9228 DLGAP2 0.9639
7 Gene 9732 DOCK4 0.9637
8 Gene 643586(*) | PKMPI 0.9634
9 Gene 6999 TDO2 0.9626
10 Gene 1600 DABI 0.9625

5.3 Buoloywki] Tekpunpioon ko AELoA0yN 61 ATOTEAEGUATOV

H o&omotia evdc vmoloyiotikod poviéAov otn PromAnpoeopikn eEaptdtor amd TNV

KOVOTNTA TOVL VO TAPAYEL ATOTEAECUATO UE TPOYUATIKO ProAoywkd vonua. T Tov Adyo

aVTO, 6TO TAPOV VITOKEPAANLO TPAYLATOTOLEITOL TOLOTIKY AEI0AOYNON TOV OEKO TPMTOV

yovidiwv ¢ Alotog, cuykpivovidg ta pe ) debvn tpkn kot yevetikn Piproypooeia.

ZnueudveTot OTL 1) TAVTOTOINGT KO Ol EMIGNUEG OVOUAGIES TV Yovidlov avtAnOnkav kot

enaANBeLTNKAY GOUE®VA LE TA TPOTLTLA AVaPOPEG TS Baong dedopéveov NCBI. H avaivon

delyver 6TL 0 alyopiBuoc node2vec, PacilOpeEVOg AMOKAEIGTIKA KOl LOVO GTOV TPOTO TTOL

cuvoéoviat ot kOppot oto diktvo BioSNAP, katdeepe va avakodldyel Eavd yovidwo mov

elvar amodederypéva kpioya yia tig dtatapayés tov Avtiotikov ddcopatoc:

Gene 282553 (AUTSS8 - Autism Susceptibility Candidate 8): To yovidio avtod
Kkatéhafe v TpdTn BE0m otV Katdtadn pe okop 0.9686. H avédeiEn tov otnyv kopuen
armoterel woyvpn emPePainon vy to poviého, kabog to AUTSS (adiung AUTS2)
amotelel Evav d1EBVAC avayvopiopévo yevetikd tomo (locus) mov €xel tavtonombei yia
Vv dueon tpodidbeon ko evddeio epPdvions Avtiopod. Ot GLYKEKPIUEVES TEPLOYEG
TOV (POUOCOUATOV KOl O TPOTOG TOL KANPOVOLOVUVTIOL GE OIKOYEVEIEC UE ALTIGUO

€xovv peret et avolutikd péca omd peydieg yevetikég épevveg (Auranen et al., 2002).

Gene_ 8456 (FOXN1- forkhead box N1): To yovidto avtd katédafe tn ogvtepn Béom
pe oxop 0.9661. Av kot 1o FOXNI1 peletdror mopadosiakd yio Tt onuacio Tov 6To

AVOGOTOMNTIKO GUGTN L, GUYYPOVESG EPEVVES TO GLVOEOLV TAEOV AUECA LLE TOV AVTIGUO.



Emotnpovikd dedopévo amodetkvoovy 0Tt To Yovidlo ovtd ek@pAleTon KOVOViKQ GToV
OVOTTTUGCOUEVO EYKEPAAO, KO 1) SUGAEITOVPYIO TOV, GE GLVOLOCUO E GALES YEVETIKEG
aAAOYEG, UTOPEL VO EMNPEACEL OPVITIKA TN ONUIOVPYIC TV VEVPIK®OV KUKA®UAT®V

(Moreno-Ramos et al., 2015).

Gene 152789 (JAKMIP1- janus kinase and microtubule interacting protein 1):
Evtoniotnke oty tpitn B€on pe okop 0.9661. Xt 60yypovn vevpofroroyia, To yovidlo
JAKMIP1 mailel kpicipo poro oty avAamTuEn TOV EYKEPAAOL, KOOMS Opa 0 PLOGTNG
OV EAEYYEL TNV TOPAYOYN TPOTEIVOV 6T vevpikd kbtTapa. H yevetikn duvciettovpyio
TOV YOVI0i0v 0dNYEl 0 OVEEEAEYKTN VITEPTOPAYOYT TPOTEIVAOV GTIG VEVPIKEG GUVAYELS,
YE€YOVOG OV GYETICETON QUEGH LE TNV EUPAVION OTEPEOTVTIKMOV GUUTEPIPOPDOV KOl

eMELATOV otV Kowvovikny aAAnAenidpaon (Berg et al., 2015).

Gene_64326 (COP1- COP1 E3 ubiquitin ligase): Katéiafe v tétaptn 0éom pe
okop opotdtnrag 0.9654. To yovido avtd kmowkonolel pio Tpwteivn mov dpa g E3
ubiquitin ligase Kot ovppetéyel evepyd oto  povomdrtt NG ovPrKiTviong
(ubiquitination). Exteveic YOVIOIopPaTIKEG HEAETES OELYVOLV OTL 1] ATMAELD TG LOPLOKNG
1GOPPOTiaG TOV TPOTEIVOV AOY® dvchertovpyiog Tov COP1 emnpedlel apvntikd
GUVOTTIKY] TAQGTIKOTNTO, OTOTEAMVTOG KEVIPIKO PlOAOyKO pNYOVIGHO Yol TNV

exdniwon tov Avtiopov (Glessner et al., 2009).

Gene_54538 (ROBO4 - Roundabout Guidance Receptor 4): Katélofe v méunt
Béom pe oxop 0.9644. To yovidlo avtd avikel 6e pia 01KoyEveELd VTTOSOXEMV OV lvarl
rkaBopirotikol yio TV Kabodnynon tov aovov TV vevpmvav (axon guidance). Bonbdet
TO VELPIKA KOTTOPO VO ovorTuyBouv mpog TG omotég Katevhhvoelg ®dote vo
onpovpynBet éva cwotd diktvo otov gyképaro. 'evetkésg avalvoelg detyvouv 0Tt
GLYKEKPLUEVES TAPOAAAYES TOV YoVidiov ROBO4 mtapouctd{ovv onpovTikn GTATIGTIKY|

cvoyétion pe tov Avtiopo (Anitha et al., 2008).

Gene_ 9228 (DLGAP2- DLG associated protein 2): Bpiocketoar otnv éxtn 0éon g
katdtaéng pe okop 0.9639. To yovidio avtd kmoKomolel pio OOMKN TPMTEIVN
vrootpigng (scaffold protein) otic evmoelg Tov vevpovov. Tlepopotikd dedopéva
amodeikvoouy 0Tt M EAleyn Aertovpyiag tov DLGAP2 mpoxoiel eldeippato ot
GUVOTTIKT] EMIKOWVOVIKL GE CUYKEKPIUEVES TEPLOYEG TOV EYKEPAAOL Kol GE 0dnyel o€
TPOPANUATO CUUTEPIPOPAS, eMPePatdvovTag OTL omoteAel oNUOVTIKO TapdyovTa

Ktvdvvou yua 1o edcpa tov Avticpov (Jiang-Xie et al., 2014).



7. Gene 9732 (DOCK4- dedicator of cytokinesis 4): Katélafe v £éBdoun 0éon ue
okop 0.9637. To yovidto avto givar amapaitnTo Y10 T 6OoTH AVATTLEN TV JEVIPLTMV
KOl TOV GYNUOTIOUO TOV VELPIKOV cuvayewv. H drakomn tg Aettovpyiog tov DOCK4
€xel ouvdebel KAMVIKG e TN YOPUKTIPIOTIKY] CUUTTOUUTOAOYIO TOV AVTIGHOV, KABMG

Ko pe padnolokéc duokorieg (Pagnamenta et al., 2010).

8. Gene 643586 (PKMP1- pyruvate kinase M1/2 pseudogene 1): Evtoniotnke oty
oydom 0éon pe oxop $0.96348. Ipdketton Yo Evo Wyevdoyoviolo. ATO VITOAOYIGTIKY
dmoyr, n avdovon Tov givor TOAD oNUAVTIKY, KAODG HEYOAES OTATIOTIKEG UEAETEC
ocvoyétiong (GWAS) deiyvouv 0Tt avTi 1 TEPLOYN TOV YOVIOIOUOTOS KPOPEL ofjpata
Kvoovou y tov anTiopd. O odydplOpog kotdeepe vo EVIOTICEL avT) TN OYEom

aVOADOVTOG OTOKAEIGTIKA TIC GLVOESELS oTOV Ypdoo (Xia et al., 2013).

9. Gene_6999 (TDO2- tryptophan 2,3-dioxygenase): Katéhafe v évatn 6éon oy
katdtaén pe oxop 0.9626. To yovidlo avtd kwouonotlel Evo EvOopHo Tov eAEYYEL TOV
LETAPOAMGLO TNG TPLTTOPAVNG, 1| OToia £ivat 0 Tpddpopog ¢ cepotovivng. H avddvon
TOV eMPEPAIDOVETOL OO EKTEVEILG OIKOYEVELNKEG OTATIOTIKEG OVOADGELS, OTMG TO TEGT
TDT, ot omoieg delyvouv OTL GLYKEKPEVOL amAOTVTTOL Ko wapoAiayég tov TDO2
TOPOVGLALOVY GMNUAVTIKY] GTOTIOTIKY] GUCYETION UE T STaPA)ES TOL AVTIGTIKOD

ddaoparog (Nabi et al., 2004).

10. Gene_1600 (DAB1- DAB adaptor protein 1): Evtoniomke otnv dékatr 0€om pe okop
0.9625. Xt Pphoypaeia, To yovidto avtd eivarl yvootd yio tov poAo mov mailel o
omoTN peTakivnon kot TomofETon TV KVTTEp®V KATd TV avamTtuén Tov €YKEPAAOL.
H yeopetpun eyydmra (vector proximity) tov DABI1 pe to vwoOLowa yovidro-ctodyoug
GTOV OLOVUGUATIKO YDPO CLUUPMOVEL LE TO CTOTIGTIKA OEOOUEVA, TO. OTOI0L GLVOEOLV
TUYOV COAALOTA GE OVTO TO HOVOTATL PE avENUEVO KIVOLVO eUOAVIONG AVTIGLOV

(Fatemi, 2005).

Joumepacpatikd, to yeyovog 0Tt to poviélo Node2Vec katdpepe vo evtomicel Kot vo
EpopyNoEL yovidla pe amodedetyévn cvvoeon e Tov avTicud, BactlONevo AmOKAEIGTIKA
Kol povo otn doun tov diktvov (network topology), emPePordver v opBOTHTA TNG
VTOAOYIGTIKNG pong dedopévav. H avdivon avt) avadeikvoel Ty 1ox0 tov alyopifumv
Mnyavikng Mabnong oe I'papovg (Graph Representation Learning) omnv avaxdivym

KPUUUEVOV CTOTIOTIK®OV HOTIRoV péoa and cuvheTa dikTua dESOUEVMV.



5.4 Ontikomoinon Atevuopotikov Xopov péco t-SNE

Metd v ekmaidevon tov povtédov node2vec, KaOe KOUPOG Tov dikTVOV £YEl PETATPATEL GE
éva, ddvuopa ToAmv dwnotdoewv (high-dimensional embedding). Emeidn n amevbeiog
OTLTIKOTOINOT Kol OVOAVGT 0E00UEVOV GE TOCEG TOAAEG O100TAGELS Eivol advvarn and Tov
dvBpomo, Kpivetor amapaitnn n ¥pNon TEYVIKOV peiwong daotdoemy (dimensionality
reduction). I'a Tov okomd awTo, Ypnoyonoteital o pun-ypappkds aikyopibuog t-SNE (t-

Distributed Stochastic Neighbor Embedding).

O aiyopBupoc avarappdaver va mpoPaiet To TOAVOAGTATO OLOVOGHLATO GTOV O1GOAGTUTO
Y®OPO, PpovTilovtag TapdAINAL VO SLOTNPNCELS TIG TOTIKES OPOLOTNTES TV dEdOUEVDY. Mg
amAd Aoy, k6ot mov Bpickoviay Kovid 6Tov TOALIIAGTATO YMPO XN ElYOV TAPOLOLO

TOTOAOYIKO POAO GTO JIKTVLO, TOTOOETOVVTAL KOVTH KOl 0TO TEAMKO S160146TATO YPAPNLLAL.

["a v vAomoinon avtov Tov G6TAGI0V, TO GUGTNUO LETATPENEL TO SOVOGLOTH GE TIVOKOL
NumPy (np.array) kot egvepyomolel 1o aryopiBuo t-SNE tng ‘scikit-learn’. H ypappun
‘perp_value = min(30, len(all_nodes) - 1)’ opilel 610 TEPiMOL TOGOVE KOVTIVOVS YEITOVEG
Ba Aapet vroy”m o adyopBuog Yo kdbe onueio. O adyopBuog opilel OTL 0 TEMKOG YDPOG
€€0dov Ba amoteeiton amd 2 dactdoels (X kot Y), SlotnpadvTag TG GYETIKES OMOCTAGELS
TV onueiov otov ydpo!. Metd vmapyer m mapdpetpoc ‘random_state=42’ 1 omoia
ypnoomoleiton yuo va 0gigel 6tTL KABe Popd mov TPEXEL 0 KMOKAG Ot TEAEieg Oa kdBovTan
axplpag otig ideg Béoelg. Tt ovvéyela, ypnoyonoteital n péBodog PCA yio v apykn
tomofétnon tov onueiov—eSacpariloviag 0Tt n ontikonoinon Oa givar mo ctabepn. H
eviol ‘tsne.fit_transform(vectors np)’ exteiel tov padnpoatikd petacynpaticpd. O
alyopiOpog vroloyilel Tic véeg ovvietayuéveg tov KOuPov Pdoel tov mbavotntov
YEUTVIOONG TOVG, d1ac@aAilovTag OTL Ta GTOLEID TTOV TOPOVGIALOVY TAPOUOLN CLUTEPIPOPE
Ba TomoBetnBovV Kovtd To éva 6TO AALO, EMITPEMOVTAS £TGL TOV GPEGO EVIOMIGUO OTTIKMV

ocvotddwv (Kobak & Berens, 2019; Pedregosa et al., 2011; Van der Maaten & Hinton, 2008).

1 ¥y mpoypappatiotiky) vAoroinon pécw g Pipiodnkng scikit-learn n Swurfpnon twv 8o Swuctdoewv Yo v
OTTIKOTOINGT EMTVYYAVETOL L TOV KABOPIGUO TNG TOPAUETPOL N_components=2



Tunua kwdika 5: Kwbikog aAyopiGuou t-SNE

all nodes - [node for node in model.wv.index to_key if node G.nodes()]
vectors - [model.wv[node] for node in all nodes]
vectors np np.array(vectors)

perp_value (30, all_nodes ) if (all_nodes)
tsne TSNE( ’ ; f 5 "y perp_value)
Y - tsne.fit_transform(vectors np)

all_dise set df ("’ unique())
disease_indices [1 for 1, node in all nodes) if node all diseases set]
gene_indices - [i for i, node in all nodes) if node all _diseases_set]

plt.figure( ’ )

# rxebdiaon rovidiwv (MmAs Genes)

plt.scatter(Y[gene_indices, , Y[gene indices,

# Yxebdiaon AcBevewov (Kokkivo - Diseases)

plt.scatter(Y|[disease indices, , Yldisease indices,

# NpooBrikn stiketwv (Labels)
count
for i, label in (all_nodes):
if label search_
plt.annotate(label, 1, s Y1,
elif label all diseases_se count
plt.annotate(label, ’ , Y[1,

count
title(”
legend(

axis('

("\nH

show( )

To teAko TN TOL KOSIKO AVOACUPAVEL TN YPOQIKT OVOTOPAGTOCT TOV ATOTEAEGUATMOV
péow g Pprodnknc matplotlib , dnovpydvrog éva 6160146TATO d1dypaLe O10GTOPAS
(scatter plot). Ta vyovidwo oyedwdlovror pe pikpod péyehog kot yoapunAn oaeavelo
(alpha=0.15) ywo ™V amo@LY TOL VIEPKOPEGHOV T®V omnueiov, evd ol acBéveleg
eppaviCovior ¢ HEYOADTEPEG KOKKIVEG KOULKKIOES Y10 GUECO OMTIKO OLOYMPIGUO.
[MapdAinia, ypnowonoleiton 1 cvvaptnon ‘plt.annotate’ yioo v avadeln tov 6pov-
6TOY0V TOL AVTIGHOD UE EVTova YPAUUOTO Yo Vo EExwpilel apécmS, TPOKEYWEVOL 1) EIKOVL
va unv yivet ducavayvoortn. Télog, 1 evtodn ‘plt.axis('off')’ apaipei Tovg AEoveg, kabmg
Broroyikn TAnpogopio kKpHPETOL OTOKAEIGTIKG GTY| GYETIKY] YEMUETPIKY £YYVLTNTO KOl GTIG

ovotaoeg TV kouPwv (Hunter, 2007; Wilke, 2019; Moon et al., 2019).

H ypapum avt) amdo061 AmoTUIMOVEL LE GOPTVELD TO TEWPOUATIKO OTOTEAEGUATO, KAOMG
ot kopPor avoamapictavtor ®g onueio oto eminedo. H omtikomoinom omokaAvmTeEL T
Stpopemon EekdBapwv cuaTAd®V, YeYovog Tov emPefarmvel 6Tt 0 node2vec Katdpepe va.

Sloy®pioeL Kot VoL OPLOOOTOMGEL TO OEOOUEVOL LLE T KOWVO TOLG YOPUKTIPIOTIKAL.



[d1aitepo evdtopépov mapovctdlel n Béon Tov déka Kopveaimv yovidiov mov avorlvdnkoy
0T0 VITOKEPAAL0 5.3. Xto yphonua Tapatnpeitotr 6Tt o yovidla avtd dev givol didomapta
otV TOYN, OAAA EVTOTILOVTOL GUYKEVIPOUEVO TNV 1010 YEOUETPIKT TEPLoYn. H otk avtn
eyyovTnNTOL OmOoTEAElL TNV TEMKN LWOAOYIOTIKN emPePaimon TG pong 0edopévev, KabmG
OITOOEIKVVEL YPOPLKA OTL 1] LOOMUOTIKT) OHLOLOTNTO TV SIVUGUATOV PLETAPPALETOL GE KOVT|
Blodoyikn cuVAPELD. XVVETMG, AVAOEIKVOETOL 1] ETLTVYIOL TOV HOVTEAOV GTNV OVAYVAOPLON

VTOYNPI®V YoVIdlwV Yo T1g dtotapoyés Tov Avtiotikov douatoc.

Ewkova 5.1: Ornttikortoinon twv embeddings e tov aAyoptduo t-SNE

fovitia (Genes)

© AcBévees (Diseases)




6.AC0A0ynon ko Zvifton

6.1 Ymohloywotikn Amotipnon: Ievikevon Tov poOvTéAOL 6 AYvVOGTES

ovoyETicEg

H emruyio evog povtédov pnyovikng pddnong Paciletor oty KavoTTd TOV Vo YEVIKEVEL
2V EMOTHUN TOV OEOOUEVOV, OVTO OMUOIVEL OTL TO WHOVTEAO TPEMEL VO UTOPEL Vo
eQOpUOcEL 000 «Epabe» KOTA TNV ekmaidevon tov oe véa dedopéva, To omoia dev &gl

Eavadetl, Kot va Bydiel cootd anoteAéopata ympic va Kavel amh omost o).

2T CULYKEKPEVO TEPAUOTIKY Oldkacio, o oalyoplBpoc node2vec ekmadeLTNKE
QITOKAEIOTIKA pe Bdomn T dopn Kot Tig VIapyovces cuvdéaelg Tov diktvov BioSNAP. H
VTOAOYIOTIKY OTOTIUNGN TOL HOVTEAOL Oelyvel OTL M PON TOV KMOWKO €YEL EEAPETIKN
KOVOTNTA YEVIKELONG. AVTO AMOJEIKVIETOL O TO YEYOVAS OTL 0 aAYOPIOLLOG KATAPEPE VOl
EVTOTIGEL KO VO KATATAEEL TOAD YnAQ yovidla Ta omoia givan amodederypéva kpioyo yio
Tov AVTIGUO, Yopig va tov €xel dobel kapio ek TV TPOTEPOV PLOA0YIKY TANPOPOpio

YU o0Ta.

Ao VTOLOYIOTIKY] TAELPE, TO LOVTELD Oev Euabe amAdg va. avayvopilel CLYKEKPIULEVOLS
KOUPOLS, OAAL KATAPEPE VO KKATOVONGEL TA YEVIKA GTATIOTIKE HOTiRo Kot TNV TukvoTnTa
TOV GLVOEGEMV GTOV YPAPO. AVTH 1 1O10TNTA EMTPEMEL GTO LOVTEAO VO EKTEAEL e EmITLY 0L
gpyacieg TpdPreync cuvoéoewv. Mmopel, ONAadY|, Vo AvaKOADTTEL KPVUUEVEG 1 AYVOGTEG
LEYPL ONLEPO CLOYETIOEIS avdpeso oe yovidln Kot acBéveleg, yeyovdg mov Kabotd v
wpotevopevn pebodoroyian €va aflomoto VToAoyloTikd epyoieio Yo TNV avAaivon

oVVOETOV JIKTH®V OESOUEVOV.



6.2 Tuykprrikn] Avaivon (Benchmarking) pe vmapyovoes vmorloyioTikeg

nedod0vg

2NV EMOGTAUN TOV OE00UEVAOV, 1 AEI0A0YNOT EVOG HOVTELOV OAOKANPOVETOL OTOV 0VTO
ovyKkpOel pe dAleg vroroyiotikéc pebooovs. H dadikacio avtr (benchmarking) emitpénet

TNV KATOVON oM TOV GLUVONKAOV KAT® 00 TIC OTOIEG VIEPEYEL 1 EMAEYUEVT] OPYLTEKTOVIKT).

210 MAaictlo g mapovsag epyaciag, n pipeline mov Paciletor otov node2vec cuykpivetat

UE EVOALOKTIKEG TPOGEYYIGEIS VOTOPAGTOCTC KO OVIAVGNG YPAPOV:

e  Kloowég otatiotikég pé@odor (Jaccard Similarity, Adamic-Adar): [Tapadocioxég
evpetikés néBodot (heuristic scores) mov VwOAOYILovV TNV OPOOTNTA LETOED KOUP®V
Bacloueveg amOKAEIGTIKA GE GTOTIOTIKA PETPA TOV duesmv yertovaov tovg (Liben-
Nowell & Kleinberg, 2007).

e AlyoprOpor MaOnong Xapaktnprotik®v (DeepWalk, LINE): [Ipotondpa poviéia
avtopag e&oywyng dtavuouatikdv avarapactdoenv (embeddings). O DeepWalk
YPNOLOTOLEL OLOLOUOPPOVS TUYAIOVG TEPUTATOVS Kot TO povtédo Skip-Gram (Perozzi
etal., 2014), evd o LINE eotialet ot fertictomoinon cuvaptioemy eyydTnTog TpMOTNG

Kot 0e0TEPNS TAENS Yo Ypdoovg peyding kAipaxag (Tang et al., 2015).

[ TV TOGOTIKY Kol OVTIKELEVIKT a&LOAGYNOT TOV TOPATAVE® TPOCEYYIGEWV, 1 O1ebvng
BProypagia ypnoonotel m otototikn perpiky AUC (Area Under Curve) yuwo v
gpyacia g TpdPAeyNg Ko katdtaing oyxécewv (node similarity ranking). H petpikry AUC
amoTipd TV mhoavotnTo Vo KatotdEel T0 HOVTEAO U0 TPOYUOTIKY] BLOAOYIKT] CLGYETION
VYNAOTEPO amd po Toyada, pn vrapkty ocvvoeon. Mia Ty AUC kovtd oto 100%
VITOONADVEL VOV TEAELD VTOAOYIGTIKO UNYOVIGHO, KavO vo dtaywpilel v mpoylatikn

TAnpogopia and Tov Proroykd B6pvfo.

Ta aplOuntkd amoteAéopota TG GVYKPONG, OT®S avTd avTAovvTol amd To ovhevTiKa
nepapatikd dedopéva twv Grover & Leskovec (2016) yia o froroyikd dikTvo TpOTEIVIK®OV
aAAniemidpdoewv (Protein-Protein Interactions - PPI) mapdpotag kAipaxog kot tomoAoyiag,

cvvoyiCovtar otov Ilivaka 6.1.



IMivaxag 6.1: [Tocotwkn Zvykpion AlyopiBumv Embeddings kot Tomoloyikmv AgiKTtdv 6T0

Biohoyd Aiktvo PPI (Grover & Leskovec, 2016)

AAyopBpog / Agiktng Opototnrag Avao1kog Yxop AUC (%)
Teleotg

Jaccard Similarity - 70,18%

Adamic-Adar - 71,26%

LINE Hadamard 72,49%

DeepWalk Hadamard 74,41%

Node2vec Hadamard 77,19%

Onwg npoxkvntel and to enionpa dedopéva tov Ilivaxa 6.1, o mpotevopevog alyopdpog
node2vec emtvyydvel v vynAdTePn amddoom, ¢tavovias o okop AUC 77,19%,
Tapovc1alovTag Goen LITOAOYLISTIKN VITepoyn Evavtt Tov DeepWalk (74,41%) kou tov LINE

(72,49%) ka1 TV KAUGGIKOV CTOTICTIKOV OEIKTMV.

H Aemtopepng aviivon G GULUREPIPOPAS T®V  OAYOpiOU®V  OmOKOAVTTEL TOVG

VITOAOYIGTIKOVS AGYOLS QTG TNG VILEPOYNS:

e Jaccard, Adamic-Adar: Ot Khacwoi ogikteg Jaccard (70,18%) wor Adamic-Adar
(71,26%) onueidvouv 115 youniodtepes emodoels. H cvumeprpopd avtr eénysitan omd
70 YEYOVOG 0Tt BacilovTon AMOKAEIGTIKA 6TV VTOPEN AUEG®Y KOWVAV YEITOV@V. AV 600
yoviowa dev popdlovtar Auecovg yeitoveg oAAG aviikovy 6To 1o evpHtepo Proroyikod
povomdrtt, ot deikteg avtol aduvatodv TANP®S VO AVIXVELGOLY TNV OUOLOTNTA TOVG,

ePLopilovTag TN YEVIKELTIKY] IKOVOTNTO TOL LOVTEAOV.

e LINE: Av kot o adyopiBpog LINE napovsialet BeAtiopévn ewova (72,49%) Adym g
KavOTNTAG TOL Vo petatpénet T doun o embeddings, eykAwBileton vwoloyioTikd and
TOV OVGTNPO TEPLOPIGUO TNG O0eVTEPNS TAENG YeELTOVIOG. AYvOodVTOG TIC HOKPVEG,
ELIEGEC CLUVOEGELS KO TOL LOVOTTATLOL LEYOADTEPOV UKOVS GTOV YPAPO, ATOTVYYXAVEL VO
yoptoypapnoet v kKaboiwn (global) paxponpdbesun doun tov ductdov, ) onoia eivor

amopaiTNTn Y10 TOV EVIOTIGHO GUVOETOV GUOYETIGEMV VOGHOV-YOVIOI®V.



DeepWalk: O DeepWalk emttvyydver vymidtepo oxop (74,41%), kabmdg ot Tuyaiot
mepimaTol Tov eMTPEMOVY va. KivnOel o peyadvtepo PAO0OC GTOV YpAPo EETEPVAOVTOG
Tomikd epumdoa. 2o1060, 1 opotopopen (unbiased) pHon TV TEPITATOV TOL ATOTEAET
™ Pacwn tov advvapio. KabBdg xiveiton pe v idw akpifog mbavotnta mpog
0TO10VONTOTE YEITOVIKO KOWUPO, TEIVEL VO TEpITAAVIETOL AOKOTO KOt vaL YKA®PileTon og
TEPLOYES TOL Yphpov pe vrepPorikd vynAn mukvotrta (hubs) mov oyetilovran pe

doyetec mabnoelc, eldyoviag £Tol oTatioTiko B0pvpo ota embeddings.

Avrtifeto, o node2vec emitvyydvel otabepn dvodo oty amddoon (kepdiloviag Tov
DeepWalk xatd 2,78% ot tov LINE «katd 4,70% oe andivteg povadeg AUC). H
VIEPOYN QT OPEIAETAL AUESO GTNV EICAYWOYTN TOV TOPUUETPOV LEPOINYING P KO .

PuBpiCovtag katdAinia ovtég Tic petafintés, o oiyopiBpog xaboonysl Tovug

TepUATONG e akpipeta.

EmumAéov, ta mepapaticd dedopéva detyvouv 0Tt 0 dvadikdg tedectg Hadamard (otoyyeio
po¢ otoryeio moAAaTANGIOoHOG dtovucpudtev) eEaceariletl ) péytotn otabepotnto Kot
amo6doon KaTa T petatponn Tov embeddings Tov kOuPov oe embeddings oyécewv. Avtn
N ovvdvaotiky eveM&la  emutpénel  otov node2vec va  mopAysl  SlOVUCUOTIKEG
AVOTOPUGTAGES AVAOTEPNS TOTOTNTAS , KOOIGTAOVING TOV ®G TNV TALOV €vOEdEyIéVN
EMAOYN Y10 TNV TEAIKN LEPAPYMOT Kot Katdtaln twv vroynelwv yovidiov (Candidate Gene

Ranking) tg Awtapoyng Avtiotucod Odopatod.

H ovunAnpopotikny vroloyiotikn a&loAdynon Tov HoviEA®V HEGw TV pnetpikev Micro-F1
kot Macro-F1, 6mwg vt avtieitor and ta enionua nepapato tov Grover & Leskovec
(2016) mpoceépel ,emiong, (o otabepn Pdon yio TV KATAVONGN TNG GLUTEPLPOPAS TNG

pipeline kot 610 diktvo BioSNAP.

210 younAd mocootd ekmaidevong (10%), o node2vec vmepéyel Kabopd ONUELOVOVTOG
15,0% (Micro-F1) ko 13,0% (Macro-F1), mapovcidlovtag Beitioon g 41,1% &vavtt Tov
LINE. To gdopnuo avtd givor Kpicio yuo ) HeAETn Tov AVTIGHOV, KAODS AmodEKVIEL OTL O
alyopifpog mapdyel molotikd embeddings axoun kot étav to Proloyikd dedopéva eival

EAMT M LEPIKMG KATOYEYPOLLLULEVOL

Koabdg 0 6yKog tov dedopévev eknaidevong mpoceyyilet 1o 90%, o1 emdodcelg tov node2vec
(21,2%) wor tov DeepWalk (21,0%) oyeddv tavtilovtatl. Xto diktvo PPIL, n Bértiom

otpatnyikn Tov node2vec emtvyydaveton yuo p=4 kol g=1, pvOuion mov tpocopoldlel v



opoopopen mepmAdvnon. Qotdco, o node2vec dSwutnpel otabepd mpoPddicpa SOTL 1
VYNATN T TOV P OTOTPENEL TV OVOOPOLLKY| ETIGTPOPY| GE NOT EXCKENTOUEVOLS KOUPOLG,

ATOPEVYOVTOG TOV VTOALOYIOTIKO TAEOVOAGLLO.

O alyopBuoc LINE votepet otabepd oe 60 t0 £0pog TV dokiudv (g Kot 23,8% oto
Macro-F1). H yapnAn tov amddoomn opeidetal 1060 6TOV 0veTnpO TEPLOPIGUO TNG EUPELELLG
oV péYpL TN OevTEPN TAEN YeITOViaG, OGO Kol TNV AOLVOUIO ETOVOYPNCULOTOINCNG TOV
OEYHATOV KT TNV EKTOidEVOT. AVTO KOO1GTA TO LOVTEAD OKATAAANAO Y1 TO apaitd O1KTLO

BioSNAP, 10 omoio amattel péytotn avakvkAmo TG SOUIKNG TANPOPOpiag.

Ewova 6.1: Mpapika amtoteAéouata F1-Scores oo Grover & Leskovec

. Micro-F, score Macro-F, score
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a—a DeepWalk # -+ LINE s—a pode2vec

Zoumepacpatikd, 1 cvykpion deiyvel 61t o node2vec givarl 1 To KatdAANAN ETAOYN Y10 TO
ovyKekpiévo mpoPAnuo. Evad ot vmdhoutor aAiydpiBpor kor ot oToToTIKOl OEiKTEG
nepropilovtal HOVO GTOLG KOVTIVOUG Yeitoveg, o node2vec €xel v amapaitntn gveléia.
Emutpénet otov kdduka vo avorlvet 1o 61kTvo TG0 68 KovTivo 0G0 Kot 6€ peyaivtepo Pabog,

TPOCOEPOVTAG ETCL P GOPMG L0 aKPLPN TEAMKTN KOTATAEN TOV YOVISI®V.



6.3 [T covexktpoto ko Exrektacipotnta (Scalability) Tng Me@odoroyiag

To Pacikd TAEOVEKTNIA TOV KOSIKO TOV PTIAYTNKE gival 0TL 0 alyoplOpog Ppiokel povog
TOV TO YOPOKINPOTIKE Tewv yovidimv (feature learning). Avti va ypnoipomoleitot
YEPOKIVITY EMe&ePYacia Y100 TOV VITOAOYIGUO TWV GTUTIOTIK®V oTowyEimv kdbe yovidiov, o
Node2vec dafalet T doun Tov SIKTHOL KO LETATPETEL AVTOLOTA TOVS KOUPOVE 6€ amAolg

ap1Buovg, yopig va ydveror n froloykn taAnpoopio (Grover & Leskovec, 2016).

‘Eva 6ALo oAl onpoavtikd otoyyeio sivor ) enektacipodtntog (scalability), Sniladn 1o T6Go
€UKOAN aVTEXEL O KOJIKAG OV HEYAADGOLV T dedopéva. O TpOTOg oL €ivol GYESACUEVOC
0 node2vec tov emtpénel va orayepileTor dikTva pE YAAOEG 1| OKOLO Kot EKATOUUOPLOL
GLVOEGELS TOAD YpIyopd, TPAyre Tov onuoaivel 0Tt av 610 pHEAAOV 10 dlktvo BioSNAP

enektadel, 0 vmoroylotg Ba pmopéoet va ta emeEepyactel ywpig TpOPANLQL.

TéAog, 0 KOOIKOC UTOPEL VOL LOIPAGEL TNV EPYAGIN TOV TAVTOYPOVE GE TOAAOVS TUPTVES TOV
eneEepyootn. Enedn o kdOe tuyaiog mepinatog mov kavel o adydpBpog eivar aveEaptnTtog
amd TOvG LLOAOUTOVS, O LVTOAOYIOTYG Umopel vor dovAedel e TOAAG onueion Tov YPAPoL
TavTOYpOova. AVTO KAVEL TN PON EPYOCIOG TOAD Ypryopn Kot £TOUN vo ypnotporombet oto

UEALOV Y10 TV OVAAVGT] OKOUO LEYOADTEP®OV KOl TTIO GUVOETWV PLOAOYIKAOV SIKTOMV.

6.4 Yrnoloywotikoi Ilgpropiopoi kor Avarvon IoAvmhokotnTog

[MTopd v taydTTa Kot TV omodoTkdTNTO TOL aAYopifLov, 1| GUYKEKPEVT] POT| EPYOGTOG
TOPOVCIALEL OPIGUEVOVG TPOKTIKOVS TEPLOPICUOVS OV EMPOPHVOVY TO VTOAOYIGTIKO
cvotnua. To o amonTNTIKO KOUUATL TNG SL0OKOGTOG Yo T UVIUT TOV DTOAOYIGTY| €ivon 1)
@dorn 6mov mpostodlovior kot omofdnkevovror ot tuyaiol mepimator devTEPNG TAENG

(Grover & Leskovec, 2016).

Onwg emonpaiveror ot BipAoypoeia, yio va ekTEAEGTOVV 0VTOL 01 TEPITATOL, O AAYOPIOLOG
npémel va, amodnkevoel ot pviun RAM 6yt pévo tovg dpecovg yeitoveg tov kdbe kopfov,
oAAG Ko TIC peTaEy Toug ovvdésels. H ywpikr] moAvmlokdtnTo ovTng TG SlodKaciog

e€aptatar aueca and tov péco Badud tov KOUPmV Tov dIKTLOL.



Eneidn 1o Proroywd diktvo BioSNAP mepilopfdver yilibdeg yovidw pe mTOAAEG
OAMAETIOPAGEIS, 1 KATOYPOPN OVTOV TOV ECGOTEPIKMOV GLVOEGEMV OTOLTEL GTUOVTIKY
VITOAOYIOTIKN 1)1 KO 0pKETN LVNUN. AV TO dIKTLO HEYOADGEL VITEPPOAIKE GTO UEALOV, T
avayKn YL TPOCMPIVY] amoONKeELON OVTOV TOV OedoUEVOV UTopel Vo oONYNoEL GE
Kabvotepnoelg N oe e&aviiAnon g Swbéoyung uvaung RAM oge moAlovg 01KloKovg

VTOAOYIOTEG.

Yvvoyilovtag, 1 vIoAOYIoTIKN a&loAdYNoN KOl 1) GUYKPITIKY avdAvon ovESEEay Tov
node2vec ®g éva 1oyvPO, ELEMKTO Kol EXEKTACIUO epYaAeio, To omoio vrepéyetl EekdBapa
EVavTl TOV  TOPOSOCIOK®OV OTOTICTIKOV OEIKTOV Kol TV  AKOUTTOV  oAyopiBpov
delyHaTOANYIG, Tapd TIG AVENUEVEG OALTIOELS TOV 6T JlaEIPLoT TNG KOPLOG LVANG KATH
™ @don g mpoegtoaciog. H wavomra tov poviéhov va e€dyst embeddings vynang
TOTOTNTOG TPOSPEPEL Lo, amdAvTa. otafepn Pdaon yw v 1epdpynon Proroyikdv
dedopévmv. Baotlopevn o autég TIG TEXVIKEG KOl TEPOUATIKEG TAPOUTNPNOELS, 1) TOPOVCO
TTUYWOKY  €PYOCIOl OAOKANPOVETOL O©TO EMOUEVO KEPAAMO, OmOVL TaPOLGLAlovTal
GLYKEVIPOTIKG TO TEAKA GUUTEPAGULOTO, TPUYUOTOTOEITOL 1| GUVOAKT OTOTIUNGOT TNG
EMIGTNLOVIKTG TNG GLVEICPOPAS KO TPOTEIVOVTAL KOVOTOUEG LEALOVTIKEG EMEKTAGELS GTO

7ed10 TNG LTOAOYIGTIKNG PloAoyiog.



7.Xopmnepacuoto,

7.1 Xopmepdopata Kot Yroroyiotiki) Xoveto@opd ts Epyaciog

H mapovoa wtuylokn epyacio oAoKANp@VETOL He TV €MTLYN oYediaoT, VAOTOINCT Kot
aE10A0YN 0T LG OAOKANPOUEVIC VTOAOYIGTIKNG pong (pipeline) yia v avtdpotn pndnon
AVOTOPOCTAGEMY KOl TNV 1EpapyM o vroynelwv yovidiov (Candidate Gene Ranking) mov
oyetilovton pe ) Awtapoyn tov Avtiotikod Pacpatog (ASD). H Bacikn cuvelspopd g
peAéNg €ykertal oty emttuyn ovlevén g Ocwpiog ['paewv pe ™ Mnyavik Mdadnon,
amodekvuovTag 0Tt 1 Kabapd TomoAoyIKY| TANPoPopia vOG dikTHOL £ivor 1KavY| Vo Tapayet

£yxopn Kot a&lomomoyn Ploloyikn yvaon.

Méca and tn poviedomoinon tov dedopévev g Pdong BioSNAP wg dipuepovg ypdoov,
avadelyOnke 1 onuocic TV cVVOETOV SIKTH®V OGNV KATOVONGT TOALTOPAYOVTIKAOV
acOevelimv. Kotd tn edon g tpoeneepyaciog Kot TOL HETAGYNUATIGHOD TOV SEGOUEVMV,
1 OTOLOVAOGT] TOV GTOYEVUEVOD VTTOYPUPNLOTOC ETETPEYE TOV KABOPIGUO 0 TOV Blodoyiko
BopvPo, dwutmpdvtag mapdAinia ovoardoiowteg Tig KaBoAKES 1W6010TNTESG TOL OtkTvOoL. H
€QOPLOYN ToL akyopiBuov node2vec amotédece TOV VTOAOYIGTIKO TVPNVA TNG epyaciag. H
dvvoTdTTO TOPOAANAOTTOINGNG TOL KMOWKA amedelle OTL 10 cvotnua eivar eEapeTikd
EMEKTACILO KoL WKOVO VO YEPLOTEL PEYAAOVG GYKOUG OEOOUEVDV XWOPIG VTOAOYIGTIKN

VOTEPNON).

To mepopotikd amoteAéopaTo Kol 1 ONTIKOToinon pésw tov aiyopibuov t-SNE
emPefaincav KoL ypAPKO TNV KOVOTNTO TOV HOVIEAOL VO YEVIKEVEL GE OYVMOTEG
ocvoyetioels. To yeyovdg 0Tt Ta Kopv@aio yovidla TG TEAKNG KATATAENS OLOoadoTTOmONKaY
LLE COPTVELD GTNV 1010 YEOUETPIKT TEPLOYT LLE TOV OPO-GTHYO TOL AVTIGHOV ATOSEIKVVEL OTL
n podnuotiky eyyvmta tov embeddings otov O10vUGHATIKO Y®OPO avTIKOTOTTPILEL
TPAYUATIKY BLOAOYIKT GUVAPELN. ZVUTEPACUATIKA, 1| TPOTEWVOUEVN HeBodoroyia GUVIGTA
éva 0E10MGTO, AVTOUOTOTOUEVO KOt OVTIKEEVIKO Epyaleio tepdpynong, To onoio pmopel
va kafoonynoet T cOyypovn PloiaTptky £pevva, PLELDVOVTOS TOV ¥POVO Kol TO KOGTOG TOV

aToUTOVVTOL Y10 TIC EPYACTNPLUKES OOKIUES In Vitro.



7.2 lIpoonttikég ko Merhovtikég Ynoroyrotikéc Enektacerg

Mo v weportépo Pertioon g GVYKEKPYEVNG VTOAOYIOTIKNG PONG G6TO UEAAOV, M TLO
ovyypovn mpotaon sivor 1 petdfaocn omd ta anAd embeddings, énwg o node2vec, ota
Nevpovikd Aiktvo I'pdewv (Graph Neural Networks - GNNs). [Tapéio mov o node2vec
gtvol oAy amodoTikog, e&etdlel Pdvo ™ SO Kol TIC GUVOECELS TOV OIKTLOV, YMPIg Vo

UTOPEL VAL EVEOUATOCEL EDKOAN ETTALOV TANPOPOPIES Y10 TOVG 1510VG TOVG KOUPOLG.

Ta Nevpovikd Aiktva I'paeov, 6nog yuo mapddetypa ta Graph Convolutional Networks
(GCNs), épyovtatl va Abcovv avtdv tov mteplopiopd. Ta diktva avtd Exovv ™ dvvaTdTnTO
va GLVOLALOVY TAVTOHYPOVA dVO SLOPOPETIKA 10T TANPOPOPIAG: TN doUN TOL YPAPOoL Kot TO
wwitepa YopaKTNPLOTIKAE TOL KAOE Yovidiov Eexwplotd, OTMG ot PLOAOYIKES TOV WOLOTNTES

(Kipf & Welling, 2016).

H ypnon evog GNN 0Oa enétpene 6to cuotna vo kével ToAd o fadid kot akpiPn avaivon
o010 olktvo BioSNAP. Avti o aiydpiOpoc vo Poaciletor oe tvyaiovg mepurdtovg mov
Katavoadlm®vouy ToAAn pviun RAM, éva GNN nepvdet tnv mAnpoeopia amd kopupo ce kopo
péca amod pio dtadikacio Tov ovoudleTol «UETOPOPA UNVOUAT®OVY (message passing). Mg
avTdV ToV TPOTO, M TEMKN KatdTaEn TV Yyovidiwv dev Ba Paciletar povo 6Tig cLUVOEGELS
TOVG, OAAG KoL GTNV TTPAYLLOTIKY BLOAOYIKY) TOVS TOVLTOTNTO, KAVOVTOG TO LOVTEAD OKOLLA TTLO

¢€vmvo kot akpPég (Gilmer et al., 2017).

[Tépa amd v apyitekToviKn avadOion Tov VTOAOYIGTIKOD LOVTELOL, Hid GAAN eEAIPETIKA
vrooyouevn katevBouvon yio v enéktaon g pipeline eival 1 tpogodocia g pe véa,
copumAnpopoTikd  Ploloyikd  ovvoAa  dedopévev  (datasets) peydAng  kAipokog.
ZUYKEKPIUEVO, 1) EVOOUATOON OIKTU®V GLV-Ekepacng yovidiov (Gene Co-expression
Networks) kot poprakdv mpo@id amd oebveic kowvonpasicg 0nwg 10 GTEX (Genotype-

Tissue Expression) unopei va tpoc@épet kabopiotikn mAnpoeopio.

H sicayoyn avtdv tov dedopévav Ba emrpéyel otov adydpBuo va unv e&etdlel Toug
YoVIOLoKoUG KOUPBOUG omopovopuéva, oAAGL Vo avoADEL v TO LTOYNELL  yovidio
TOPOVSIALOVY TOPOLOLN TPOTVTO SPACTNPLOTNTAS KO KOWVNG EKPPAOTG & EEEIOTKEVUEVOLG
16TO0C  TOL  OavOPOTIVOL  €YKEPAAOL KATA Tn OpKeEW KPICOV oTadiowv NG

vevpoavantuéng. Me tov Tpdmo ovtd, 10 pHovtéAo B pmopel voo QIATPAPEL TOTOAOYIKES



CUUMTAOCEL KOl VO LELOVEL dPACTIKA TO Yeudmg Betikd amoteAéopara (false positives),

QITOLLOVMVOVTOG YOVIdLo TOV givat evepyd oTiG 101€G EYKEPOUAMKEG OOUEC.

[TapdAinAia, n vroAloyloTiky] pon umopel va avapaductel prlikd HEc® Tov GLVOLOGHOD TNG
HEe TAOVGO10. KAWVIKG KOl QOIVOTLTIKGE 0£00UEVO ACOEVMDVY, LETATPETOVTIOS TOV LITAPYOVTOL
duepn ypdpo og Eva AN peg etepoyevég diktvo (heterogeneous graph) moAAATA®OVY EMMES V.
Avto pmopel vo emtevybel pe TNV EVOOUAT®OOYN OESOUEVOV TOL OPOPOLV 1ATPIKY
CUUTTMOUOTO KOl TOPATNPNOIUO KAWIKE  YOPOKINPIOTIKA, OVIAMVTIOG TUTOTOUEVN

ninpogopia and ) Bdon HPO (Human Phenotype Ontology).

Tavtdypova, mn pipeline pmopel va cvvdebel pe €vav OVTOUATOTOMNUEVO UNYOVIGUO
dwoTavpmong Kot cross-validation tov omotedecpdtov pe ) Pdon dedopévov SFARI
Gene, n omola amoteAel 10 maykdopo onueto avoeopds yw v afloldoynon Kot
Babuovounon tov emméEdOL EMGTNUOVIKTG TEKUNPImOoNG TV Yovidimv mov oyetilovtot pe

oV AvTicuo.

Mo 10100 TOAVETITEDT TPOGEYYIoT Bl EMTPEYEL GTO GVGTIA VO TAPAYEL L0 GOPADS TTLO
oroxkAnpopévn Badporoynon. ‘Etotl, n telikn mpoPreyn dev B amOTUTOVEL OTAMG Lo
aPNPNUEVT] YEOUETPIKN €yyDTNTa, oAAG Bo cvvdéel ta vmoyneuo yovidwn dpeco pe
GUYKEKPIUEVOUG  KAWVIKOUG  VTOTLUTOVG, YEVETIKEG KOTNYOpleG KOl  GLUTEPIPOPIKA
YOPAKTNPIOTIKA TNG AtaTtapoyns Tov AvtioTikod Pacpatog, vicyvovtog TV TpakTikn adio

g épevvog Yo ) oOyypovn latpikn Axpipeiog.
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