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Evyoaprotieg

Me v OAOKANp®OOT) QVTHG THG SUTAMUATIKNG EpYaciog, KAEIVEL Evag eE0PETIKA GNUAVTIKOG
KOKAOG otn (mn pov, &vag KOKAOC Tov dev Eekivnoe e GIEST] Oy(mY) Y10 TO OVTIKEIEVO TNG
GYOMG MOV, OAAG HETAPOPOOONKE GE ayamn Kol 0pOGimon HECH omd OTEAEIMTEG MPEC
JOVAELAG KOl TPOCTADELNS.

Oa MBera va ekepdowm ™ PabvTtEPN EVYVOUOGVLVT HOL TPOG TOV EMPAETOVTO KOONYNTH
pov, K. Xotmpo Mnepoiun, 1000 v v gukopic Tov pov €0moe va acyoAnd® e 1O
cvykekpipévo Bépa aAhd Kot Yo TNy kafodnynon Tov 6e OAN TV mopeia. TG SIMAMUOTIKNG,
€101Ka O6tav dev NEepa amd oV va apyicm Kol TS Vo cuveyicw. Oa NBeLa Vo EVYOPIGTHCH
emiong TNV OwoYyévell Hov, mov mapOAo mov dOev Ba dtufdcovv TOTE AVTEC TIC GEAIdES
dwtdmvay ToAD cuyva to epdtnua «I1ote Ba mhpeig mrvyios». Téhog dev Ba pmopovoa va pnv
EVYOPLOTNCM TNV TEYVOLOYia Kot 101KOTEP TO Google kat To ChatGPT, ywpig v ateieim
GoQioL TOLG Ol TNYEG aVTNG TG OMA®UATIKNG Oa NTav TOAD Aydtepeg Ko to. AGON TOAD

TEPLGGOTEPAQL.






Hepiinyn

210 ouveY®MG £EEMOGOUEVO TOUED TG YOVIOIOUOTIKNG, O puBUOG e Tov omoio avédvovtal
T Oedopéval £YEL PTACEL GE TPOTOPOVEIC TovTNTESG, eyKavidlovtag pia véa Emoyn yo Tnv
VTOAOYIOTIKY PloAoyio. AVTH M EKPNKTIKN 0OENGT TOV YOVISIOUATIKOV OE00UEVMVY, N OTToln
TPOPOJSOTEITOL OO TNV TTPO0SO TV TEYVOLOYIDOV aAAniovytong DNA, tpocpépel tepdotieg
SVVATOTNTEG YlOL TNV KOTOVONGOT TNG TOALTAOKOTNTAG TG CmNG, amd TV avokdAvym tov
YEVETIKOV QUTIOV S10pOp®V VOGMV LEYPL TNV EQOPUOYT EEATOUKEVUEV®VY Bepomeldv. Q6TOGO,
1 TEPAOTIN E1GPOT] AVTAOV TMOV OEOOUEVOV PEPVEL GTO PMOC LEYAAEC TPOKANGEIS OGOV QLPOPA TNV
amofnKevon, TNV avdAvomn Kot TV Epunveio ToVg, YEYOVOS TOV amattel KOVOTOUES ADGELS TTOV
a&lomolobv Tig Televtaisg eEeAielg ot unyavikn pdonon kot v enetun Tov dedopévav. H
TOPOVGO OUTAMUATIKY] SIEPEVLVA TOV KPIGLLO POLO TNG EPOPLOYNG TEXVIKDV UNYOVIKNG LABNONG
OTOV TOWEN TNG YOVISIOUOTIKNG, OVTILETOTILOVTOG TIG TOALTAOKOTNTEG KOl TOV OYKO T®V
dedopéEVMV TOV 1) TaPAdOGLaKT avdAvon dev pumopel va eneEepyaotel anotelecuatikd. Méoa
and pio OAOKANPOUEVT HEAETN O1AQPOP®V CTOLKEI®MV KOl EVVOLDV TTOV GLUVOEOVTOL UE TN
YOVIOIWUOTIKY] KOU TN UNYOVIKY panom, kabdg kot HEcm NG HEAETNG £QOPLOYDOV TOL
cuvavtavtot ot BipAoypaeio aAL Kot TG OMHovpyiog Hog TPOSUPLOGUEVIC EPAPLOYNS O
TPAYUOTIKG YOVIOIOUATIKA dedopéva, ot 1 SUTAOUATIKY EPYOCI0 ETIOIMKEL VO GLUPBAALEL
o711 OLOUOPP®MOT MG OAOKANPOUEVIS EKOVOS YL TN ONUAGTIO TNG UNXAVIKNG ndbnong otnv
eEepedivnon kot TNV EKUETAAAEVCT) TOV YOVISIOUATIKOV dEGOUEVMV, 0VOTYOVTag TOV OPOLLO Y10

TEPOULTEPM EMGTNUOVIKES OVOKOADWELG.






Abstract

In the rapidly evolving field of genomics, the rate at which data are growing has reached
unprecedented speeds, marking a new era for computational biology. This explosive increase
in genomic data, fueled by advances in DNA sequencing technologies, offers vast possibilities
for understanding the complexity of life from uncovering the genetic causes of various diseases
to the application of personalized treatments. However, the massive influx of these data brings
to the surface major challenges in terms of storage, analysis and interpretation, requiring
innovative solutions that leverage the latest developments in machine learning and data science.
This thesis explores the critical role of applying machine learning techniques in the field of
genomics by addressing the complexities and volume of data that traditional analysis cannot
efficiently process. Through a comprehensive study of various elements and concepts
associated with genomics and machine learning, as well as through the examination of
applications found in the literature and the development of a customized application on real
genomic data, this thesis aims to contribute to the formation of a comprehensive picture of the
importance of machine learning in the exploration and exploitation of genomic data, paving the
way for further scientific discoveries.
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Kepdiao 1
Ewcaywyn

O ovvdvaoudg ™G UnYovikng pddnong Kot g YOVISIOUHOTIKNG  Onuovpyel €va
OVOTTTUOOONEVO TEdl0 UEAETNG OV TPOKVUTTEL G GULUPBOAN OVO TOYEWS EEEMGGOUEV®DV
EMOTNUOVIKOV TESIMV. TNV ENOYN TOV HEYAA®V OEOOUEVAOV 1 ETAOYN OVTOV TOL BEUOTOG
oQeileTol 6T SLVOTOTNTA TOL VO PEPEL EMOVACTOCT GTNV KOTOVONGCY TV PLOAOYIKOV
dlepyasidv Kot acheveldv Kot oty eEatopikevon wrpikov Oepomewmv. H exbetikny adénon
TOV  YOVIOIOUATIKOV Oedopévmy, M omoio o@eiletor oty mTPOOdO TOV TEYVOALOYIDV
aAANAOVYIONG £XEL OOMNYNGCEL GE VAV KATAKAVGHO TANPOPOPLDOV TOV UTOPOVV VO 01 YHGOVV
OTNV amOKAAVYT TOADTAOK®V BLOAOYIKMOV UNYOVIGU®V TOV SETOVV d1apopeg 0cOEVELES.
Qo61660, 0 OYKOG KOl 1] TOAVTAOKOTNTO OVTOV TOV d£d0UEVOV LITEPPaivouy KOTA TOAD TV
KOVOTNTA TOV TOPUSOCIOK®OV OVOALTIK®OV HeBOd®V va €£0YOVV OMUOVTIKES YVAOGELS. XTO
CLYKEKPLUEVO ONUElD EGEPYETAL | UNYAVIKT LaBNon Tov amoteAdel Evav Topéa 0 OToLog Exel
avadelybel og éva 1oypo epyarelo, KOV VO, ATOKPLTOYPAPNGEL HOTIP KOl OYEGES HEGOL
and tepdotio cUVOAL dcdopeévev. Me v gpoappoyn e€eAtypévov alyopiumv n unyavikn
péOnon divel T duvatdTTa GTOV £PELVNTEG VoL 0ONYNBOVV GE TPOTOMOPIIKES AVOKAADYELS.
H cuvévimon autdv tev 6vo emoTNUOVIKGOV TESI®V Ol LOVO EMITUYVVEL TV EMGTNLOVIKN
gpeuva Kot TNV Kavotopion aAAG avolyel Kot Tov dpOUo Yo TV eEATOUIKEVUEVT OTPIKT] OTTOV
Oepanciec umopodv va mpooappoctodv pe Pdon m yevetkn ovvOeom kdbe acbBevovg. H
duvatdTTo. TG UNYOvVIKNG pdBnong va  a&lomomcel Tov mAOLTO TV Ol00EcIU®V
YOVIOIOUOTIK®OV 0£00UEVOV UTOPEL VO EEKAEWOMOEL VEEG YVAGELS GYETIKA LE YEVETIKEG
ToPaALAYEC, TPpodlafEselg acOeveldY Kol TPOGAPHOCUEVES TaPEUPACELS, OlyvovTag TO OpOLLO
mpog pio véa emoyr] TPV TopepfPdosmov pe peyoAvtepn axpifelo, mpooappoyn kot
OTOTEAEGLOTIKOTNTA.

> debv Pphoypagic cvvavtdtor Eva avEavOUEVO EVOOPEPOV YLO. TNV EQOPLOYN
pHeBOd®V Pnyovikng pudbnong otn YovIOLOUOTIK Tov avTikoTonTpilel €va gupd @Acua
TPOGEYYIGEMV KOl OVOKAADYEWDV GE OPOpeTIKES acbéveleg Ko mAnBuopovs. Ot oyetikég
LEAETEG £EEPEVLVOLV JIAPOPES EPAPLOYES, OO TNV AVAALGN YEVETIKOV UETAALAEEWV EMG TNV
AVOKOADYT QOPUOKEVTIKOV GKELOCUATOV Kot TV TtpoPieyn acBeveidv. H wavdtra g
unyovikng pabnong vo enelepydleton Kot va punvevEL HEYAAN GUVOAN OEOOUEVMY 00MYEL OE
YVOGELG TOL TPOTNYOVUEVMG TTOV OVEPIKTEG.

H 6epelmong mapadoyn g mapovoas SUTAMUATIKNAG etval OTL 1 unyoavikn pdonon pmopei
va BeATIOOEL 68 oNUOVTIKO Bobid v Katavonon Hog YOp® amd YOVISIOUATIKG dedoUEva,
00NYDOVTOG WOG GE MO OTOTEAECUOTIKEG Kol €EATOUIKEVUEVEG 1aTPIKEG TapepuPdoelg. Ot
TPOTOPYIKOL GTOYOL TNG TAPOVGUS SMAMUATIKNG TEPIAaPavouy ) Bempntiky) diepgvvnon

TOV eSOV NG YOVISIMUOTIKNG KoL TNG UNYOVIKNG pabnong, tv e&epedviorn eaproydv



UNYOVIKNIG HLEONoNG 6€ GUVOAN YOVIOIWUOTIK®OV OEdOUEVMV Kol TNV Topovciootn piog véag
EQUPUOYNG OTNPLOUEVN GE TPOYUOTIKA OEGOUEVOL.

H mopodco SImA®patiky] opyovmveTal o€ d1a@opa KeQAialo, EEKIVOVTOG LE Lo ELG0YmYN
OTIG €VVOLEC TNG YOVISIOUATIKNAG KOl TNG UNYOVIKNG pabnong, axolovBovpevn oamd pio
AVOGKOTNOT EPUPUOYDV 0TN OXETIKN PPAtoypapia Kot KAEIVOVTOC He Pio TPOKTIKY EQOPLOYN
0€ YOVIOL®UOTIKE dedopéva. Le TNV Tapovcioon Tov onotelecpdtov. H epyacio emdibketl va
OLVEIGPEPEL GTY OlEPEHYNON NG OLVOLIKNG OAANAETIOPAONG LETOED TG YOVIOI®UOTIKNG KO

NG UNYOVIKNG LEONoNG, avadEtkviovTag TIg SLVATOTNTEG GLTOV TOV JIEMIGTNLLOVIKOD TESIOV.



Kepdhaio 2

Ewcaymyn otn yovidtopatikn

2.1 Baowkég £vvoleg poplokng Proroyiog

H oM 6mwg ™ yvopilovue
o Tm xoopileton amd to [EALUENENERGREETNIE NHGRI FACT SHEETS

yovidiopa TOV KB : r\\j\\/\\:\\ﬂl :

genome.gov

/
DNA (Deoxyribonucleic Acid) \

OPYOVIGLOV TOV KOTOWKEL ©E
ouTh. H perE TOV
YOVIOLOUOTOG €€l HEYOAN
onuocioc  koBmdg OAeg ot
Broroyikéc mAnpoopieg €vog
opyavicpov Ppickovior G6To

yovidiopa tov. [pokeyévoo va

pAncoovpe Yo ™

A 2ynuo 2.1, A Brief Guide to Genomics.
FOVLSLCO},LOL‘CHO] Kot T Avoxtinke and: https://www.genome.gov/about-genomics/fact-sheets/A-
yovidiopa, Oa mpémer  va Brief-Guide-to-Genomics

avagepbovpe ota yovidia ko oto DNA. To DNA 1 adhidg deo&upifovoukieixd o&D sival m
YNUIKN €VOON TOV TEPIEYEL TIG 0ONYIEG TOV ATOUTOVVTOL Y10, TNV AVATTLEN KO TV 0PYAVMGOT)
TOV OpacTnploTHtev oxeddv Olwv tov (oviavov opyoviopmv. Amoteleitoar amd SVO
nePoTPEPOpEVEG Levyapwtég aAvcidec, ot omoieg oynuotifovv pia durdn éhka. H wéOe
aAvcida amoteleitan amd T€0GEPO YMUKA dOUIKE GTotyElo OV OVOUALOVTOL VOUKAEOTIOWKES
Baoeic. Ot Baoeic avtéc ivar n adevivn (A), n Bopivn (T), n yovavivn (G) kot 1 kvutosivn (C).
O1 V0 oAvoideg eival CLUTANPOUATIKES, KAODG 01 BAGELS TOVG GYNUATICOVY CLYKEKPIULEVOLG
deopovg peta&h tovg: M adevivn oynuatifel mévta decpd pe v Bopivn, evd n yovavivn
oynpotiler oecpd pe v kvtocivn. H oepd avtdv tov Bdoswv kabopiler ™ Proroykm
TAnpogopia mov Kodwomoleitan oe Eva tunuo popiov DNA. Ta yovidia eivar aAAniovyieg
Bacewv Tov DNA mov gépouv T1g 00nyieg Yo TNV Topaym®yr| Hog GUYKEKPYEVNG TPMTEIVNG 1|
evOg ouvOLoL TTpwTEIVOV. Ta yovidlo 0opyovadvovTol 6 YPOUOCOUOTO, TO OTOi0 TEPLEYOLV
CLUTTLYHEVT OAN TN YeveTikT TAnpoopia. To avOpdmivo yevetikd vAkO amoteAeiton amd 23
Cevyn ¥poUOCOUATOV, OTOV TO HGH XPOUOCOUOTO KAT)POVOLOVVTOL 0T’ TOV TOTEPO. KOl TOL
Ao piod an’ ) untépa. Kdébe (evydpt ypopocopdtov mov £xovv 1010 péyebog kot oynpo
ovopalovtonr opodroya. O &vOpomog avikel ©TOLG OUTAOEWEIS OPYOVIGHOVG, KOOMDC
wePAOUPAveL TIG YEVETIKEG TANPOPOPIec, dONAaON T Yovidla, OVO QOPES: pio opd o’ T
untépa kot pio an’ tov matépa. Etot, kabe yovidio pmopei va eppaviCetor 6° Evav dvBpwmo pe
dV0 JAPOPETIKEG LOPPES, O omoieg ovopdlovtatl aAAniopopea. Edv ta 0o aAAnAopopea wov
€xetl éva ATopo Yo éva yovidtlo stvan 1010, toTe eivarl opdluyo YU avtd to Yovidlo, S10popETIKA



etvar etepoluvyo. T éva ovykekpyévo yovidlo, o yovotumog agopd 1o (gvyog T®V
OAANAOLOPP®V TTOV PEPEL EVOC OPYOVIGLOGC KOl O QUIVOTVUTIOC OVOPEPETOL GTNV EKQPOGCT) TOL
YOVOTUTOV, ONAOON OTU HOPPOAOYIKE YOPUKINPIOTIKA 7OV 0amodidel otov opyaviopo. O
QoVOTLTIOG enPedleTOL KOl OO U1 KANPOVOUIKES TEPIPUAAOVTIKEG eMOPAcES OALG KoL o’
™V TuYaio S1PopPoToinen, YU aVTd Kot Uopel V0 adEPPLO TOV EXOLV TOV 1010 YOVOTLTO Vi
ToPoVSALOVY TOAD SLOLPOPETIKO POUVOTVLTO.

To miqpec ovvoro tov DNA &vog opyavicpov ovoudletal yovidiopa. To avOpodmivo
yovidiopo amoteleiton mepimov omd 3,2x10° {evyn vovkheotidikdv Pacemv kar amaptileTa
nepimov and 23.000 yovidia mov kwdikomotovv npwteiveg (Lesk, 2017). ITo cvykekpuéva, to
avOpomvo yovidiopa dtaywpiletal 6To KOOKOTOMTIKO Kot To Ui kmotkomontikd DNA. To
kodwomomtikdé DNA, av kot amotedel Arydtepo an’ 1o 2% tov avOpdTIVOU YOVIOIOUATOG,
nepapPavel OAec Tig aAAniovyieg mov petaypdpovior 6to MRNA ko petappdlovior cg
npwteiveg. To un kwduomomtikdé DNA amotedel 10 vrdhoumo 98% Tov YoVISIOUATOG KO
nepEyel 0dnyleg mov ypetdlovtol To KOTTOPO Yo Vo EMTEAEGOLV TIG Agttovpyeieg Toug. IV
avtdv 10V L0Y0, B d00el mePLoGOTEPN EUPacT 6TV avAALGT TS dadkaciog Tov odnyel an’
10 kodikoromtikdé DNA oty ékepaon tov yovidiov kot T dnovpyio tTov Tpoteivov. To
kodwomomtikdé DNA petaypdeetar 6° €va LovokAmvo nopto mov ovopdletot ptBovoukAETKO
6&v, RNA. To RNA dopukd etvar mapdpoto pe pio odvoido DNA kot amoteleiton kot ovtd and
4 voukAeoTidkég Paceic: v adevivn (A), v kutocivn (C), T yovavivn (G) kat tv ovpokiin
(U), n omoia avtikabiotd t Bvuivn (T) mov vdpyet ot dikhovn aAvcido tov DNA. To RNA
etvar mo evéhkto am’ to DNA ko givar vrevBuvo yo tn LeTapopd TG YEVETIKNG TANPOPOPIaG
o’ TOV TUPNVO TOV KLTTAPOL 61O KuTTapOTAacua. Ta mepiosotepa pnope RNA éyxovv
nopoen ayyehopopwv RNA (messenger RNA, mRNA), ta omoia petappdlovtol on’ to
piocopata oe mpoteives. Ta pipoocopata dwafdlovv v aAiniovyioc Tov MRNA kot ™
petappdlovv oe apvotéa, kKabmg 3 dadoykég Pacelg tov MRNA petagpalovtor 6 éva
GLYKEKPLUEVO aptvo&D, pHetalld v 20 S1apopeTIKOV apvoEEDY oL vrTdpyovv. H adiniovyio
TOV pIVOEEMVY TOL TPOKVTTEL UMOTEAEL P TPp®TEIVN, 1| 0TToio 0TN cLVEYELD eneepydletal o’
TO KUTTOPO KO ATEAEVOEPDVETOL MOTE VO, EKTANPADGEL TN AgrTOVPYiact TNG. AVTH 1| OpYOVOUEV
dwdpoun; mov odnyel an’ to DNA, oto MRNA, ota apvoléa kot teMKd oV Topaymyn
TPOTEIVOV, VUL YVOOTN OG TO KEVTIPIKO S0V TG poplokng Broroyiag (Musunuru, Hickey et
al., 2015).

2.2 TToAvpopeiopol kot KTipnomn mToAvYovidtokoH Kivohvou

Av ko 6101 o1 avBpwmor porpaldpacte katd 99,5% to id1o yovidiopa, vrdpyet Eva 0,5%
TO 07010 JLOPEPEL KO 00N YEL GTNV VITAPYOVGO PUIVOTVLTIKY] TOIKIAOLOPPia. AVTH 1| d1POPE
opeideton oe mopaAirayég g aAiniovyiog tov DNA Kol 6g €mYEVETIKES TPOTOTOU|OELS

(KANPOVOUIKES OAAALYEC TOV POVOTVTIOV TTOV OEV EUTEPIEXOVV TPOTOTOWCELS TNV OAAN ALY



t0v DNA). Ot maporriayég oto eninedo tov DNA diapopomotodv tov kabe dvOpmmo ko givon
KaToveUnUEVEG o€ OA0 T0 Yovidiopa. H épguva yopom an’ tig mapairayéc tov DNA €xet peydan
onpoacio, Kabhg pior cuyKekpéVN mopaAlayn wropet va odnyet evBEme otnv ekoNAmon piog
acBévelog, yopig vo dadpoapatilel onpovtikd poAo 1 mapovsio. GAAWV TEPPUAAOVTIKMOV
napayovtov. Téroleg ondvieg mapoariayéc umopei va mpokaiécovy pio acbévela oe TOAAG
uEAN piog owoyévelog Kot eivat yvooTtég g LETOAAAEELS, OTTMOC OVTH TOV GLVOEETAL UE TNV
VIEPTPOPIKN LVoKaPItoTadetla. Xvvnéotepa OUms, pia mopaliayr wmopel vo onuaivel v
npodiddeon yoo pio cvykekplévn acBéveln, OmMMC ol Kapdloyyelokég TOONCES Kol TO
EYKEPOUAKO, € cLVAPTNON UE TEPPUALOVTIKOVS TOPAYOVTES OTTMOG 1 NAIKIC, TO KATVIGHO Kot
n moyvoopkioc (Musunuru, Hickey et al., 2015). Eniong, ot mapoAloyés avtég umopei va
emnpealovy Tov TPOTO TOL AvVTIOPA Evag acBevig o pia cuykekpyévn Bepamneio.

Ot mopamdve TEPUTOGES OPEIAOVIOL GTO YEYOVOG OTL OVTEC Ol TOPOAAAYEG GTNV
oaAAniovyic tov DNA emmpedlovv t Aettovpyio twv yovidiov. Ot moapoariayég mov
TAPOTNPOVVTOL GTO Yovidiopa Tov avlpodrwv ovopdloviol moAvpopeiopol Kot dtakpivovron

O€:

X/
X4

L)

povovovkAeotidikoi Tolvpopoicpoi (Single Nucleotide Polymorphism, SNP),

X/
°

aAAnlovyieg pe mokilo apBud dwdoyikadv eravaryewv (Variable-Number Tandem
Repeats, VNTR 1} Short Tandem Repeat, STR)
% oAAnlovyieg pe mowkhotnta tov apuov emavaiyemv (Copy Number Variation,
CNV)
% mpocHnkn N EAkewym piog oAlniovyiog (Indel, Tpoépyetan am’ tov cuvdvacud TV
Aé€ewv insertion kot deletion)
To SNP a@opd pio yevetikn mopaidoyr) 0Tov £vo VOUKAEOTIOW LETAPAALETOL KO dtoTnpeitan
and yevid o€ yevid, o moAvpopeiopog VNTR givor o tomog moAvpopeiopon émov o aptOudc
TOV ETOVOAYE®V piog pkphg aAiniovyiag DNA (2-6 Bdoelc) oe pio meployn dtapépet omd
dropo oe dropo, o CNV givan mapoporog pe tov VNTR aArd apopd pion peyoddtepn
aAinrovyic DNA (>50 (evyn Bhoswv) ko o morlvpopeicpdg Indel agopd pio odiniovyio
DNA n omoila pmopel va eivar mapovca 1 amodco o pion GLYKEKPLUEVT TEPLOYT TOV
yovidtdpotoc. Ot épevveg £xovv £0TIAGEL TEPIOTOTEPO GTOV pOLO TV SNPS, Kabd¢ Bpiokovtat
oe apbovia 610 yovidiopa kot Bewpovvtol o otabepd, e YUUNAOTEPO TOGOGTA LETAAAAENG
and yevid o yevid. [Iapovta to televtoio ¥pOvia ETOUDKETOL N EXEKTACT] TNG EPELVOG KO
0TOVG GAAOVG TOTOLG TOALHOPPIGUAYV, Owg ot VNTR mov eivar yprowor ot peAét
LLOVOYOVIOLOKAV VOOT|LATOV (VOCT|LOTA TTOL 0QEIAOVTOL GE LETOAAAYEG OE EVaL LOVO YOVIOL0),
OT®C 1 LECOYELOKT OVOLUIQ, 1) KUGTIKT tvmdGN Kot 1) 01KOYEVHG vrtepyoinoteporaipio (Gray et
al., 2000).



\ Single nucleotide polymorphism (SNP)
PRl
\.CGGGCGGAG
X SRR
CGGGTEGA NG —W/

Variable number tandem repeats

7 GCCVCTC
éééﬁékéw “Indel” Polymorphism

2ynuo. 2.2. Three types of polymorphisms.
Avaktnke and: Musunuru, K. et al. (2015). Basic concepts and potential applications of genetics and genomics for
cardiovascular and stroke clinicians. Circulation-cardiovascular Genetics, 8(1), 219.
https://doi.org/10.1161/hcg.0000000000000020

Ot HOVOVOUKAEOTIOWKOL TOAVLOPPIGHOL GUVEIGOEPOVY GNUAVIIKE GTN YOVIOUOUOTIKN
nowtlopopeio Tov Stakpivel kdbe avOpwmo, TPokHTTOLY avh HEPIKES ekaTovTadeg (evyn
Bacewv kot ivar oyetikd otabepoi and yevid o€ yevid. Eivar ot mo cuvifeig molvpopeiopoi,
mov £yovv peretnBel ektevéaTepa GE oYEoMN HE TOVS AAOVG TOTTOLG TOAVLOPPICUMV. MEypt
oTIyUNg éxovv yapaktnpilotetl ekatoppdpio SNPs 6to avBpomivo yovidiopa ko Bpickovron
katayopnuévol ot dbSNP (Single Nucleotide Polymorphism Database). '’ avtd tov Adyo,
01 TEPLECOTEPEG PEAETEG GLGYETIONG OAOKATPOL TOL Yovididpatog (Genome-Wide Association
Study, GWAS) eotialovv otnv avokaivyn cvcyeticemv pneto&d twv SNPs kot aoBeveidv.

Ot povovovkAeotidkol moAvpop@iopol aAAGloviag €va Hovadlkd VOLKAEOTIOW oTnV
aAAniovyic tov DNA oe mepoyn kwdwomomrikov DNA, petafdilovv avtictoyya v
aAinAovyioc Too MRNA kot katd cuvémela Ta apvo&éa mov Bo cuvTeBoHV KoL TV TPMTEIVT
nmov evtédel Ba mapaybel. Mmopel vo odnynoer Aowmdv, o€ KAmOwW Oon’ TIG TOPUKATM
TEPUTTAGELG:

% Noa pnv vmapéer kamow oAloyn otnv zmpwteivi mov Ba mapaydei, kabohg To

VOUKAEOTIOW mov dAAaEE odmyel Kol mOAM otV mopaymyr | ¢ dwg mTpoTeivng

(cuvdvoun TopaAloyn)
¢ No vrdpéer petdArasn, Kabmg n avIKaTdoTao ToV VOUKAEOTId0V B 0dNyNoEL TNV

AVTIKOTAGTOON €VOG apvo&eéog (Un cvuvavoun tapaiiayr)). Mmopet va odnyfoet o

nafoyova peTaAlayn, avaAoyo pe TNV €midpacn mov Ba €yel otV SOuUn Kot TN

Aertovpyio TG AP yOUEVIC TPOTEIVIG.
¢ No otopotiogl Tpowpa 11 6OVOEoN TS TPOTEIVIG, AOY® TOL VOUKAEOTIO0V OV divel

ONUO TEPUATIGHOV TNG SladIKaGi0g TN TpTeiVIKNg ovvOeons. H mpodwpn dtakonr) tng

drdtkaciog 0dnyel YEVIKOG G€ UN-AELTOVPYIKY] TPMTEIVY.



Avtol o1 TOmot TapaAlay®dv etvar vrevBvvol Yo TV £EMEN TOL AVOPAOTIVOL YOVISIDOUATOG,
YL TNV TOKIAOUOPPIN TOV ovVOPOTIVOV YOpOKTNPIOTIKGOV, KOO emiong Kot yio Tnv
TPOoO1GOEDT) KATOLWV ATOU®Y GE 0GOEVELIEC 1] KOl T1) SLOPOPETIKT EKPPOCT] TOV ACHEVEIDV OO
dvBpomo oe avOpwmo.

2y mepintmon piog HovVoyovISloKNG 0oBEVELNS, OTMG N KVOTIKT {vmon Tov avagépinke
TPONYOLUEVMG, 1 UETAAAOEN Tov 0dnyel otnv acBéveln eviomiletal oe éva GLYKEKPIUEVO
yovioro. ‘Eva dtayvootikd t1eot umopel va 0eiel ebkoAa €dv 1o dtopo Bo ekdNADoEL 1} Oyl T
OLYKEKPIUEVN 0oB€veLa, EvTOTiLovTog TO GLYKEKPIUEVO YoVidlo. Oume 1 katdotaon dtoupépet
oT1g oVVOEeTEG N TOAVYOVISLOKEG aoBEVELES, OOV 1 EKONA®ON piog acBévelag etvat amotéleopa
TOALDV YOVIOWOKAOV TOPOALXLY®DV CE GLVOLOCUO HE TEPPUALOVTIKEC eMOPACELS, OMMG M
otepaviaio vococ. Ot maparrayés stvar molvdpBueg kan evromilovtal o€ SopopeTikd yovidia
pe amotélecua va givar advvatn 1 gpHon €vOG amAlod SlayVEOOTIKOD TEGT TOL GTOYXEVEL GE
ovykekpipéva yovidwo. I't’ avtdv tov Adyo, 6° avtég T ovvheTEg TEPMTMGELS aSl0mOoLEITAL 1)
ektiunon mtolvyovidiokov kwvdvvov (Polygenic Risk Score, PRS).

H extipnon moAvyovidiokod Kivduvou a@opd TNV EKTIUNGT TOL YEVETIKOV KIVOUVOL €VOC
ATOUOV VO EKONAMOEL P GVYKEKPIUEVT] acBévela peEALOVTIKG. ALt 1 eKTipnomn TPEmEL va
AapBaver vTOYY T0 GHVOLAO TOV YVOOTAOV, £V OVVANEL EMKIVOLVOV HETAAALYDV TOL UTOPOVV
va odnynoovv ce pio acBéveln. Amoterel 10 otabcuévo dfpowcpo Tov apBpod TV
EMKIVOLVOV OAANAOLOPP®V TTOV KATEYEL £VOL ATOO, Ol 0moiol oyetilovTal e TNV EKONAMOT)
piag vocov pe Paon tig HeAETeg cLoYETIONG 0OAOKANPOL TOL Yovididpatog. ' €va dtopo,
apykd evtomiletor 0 aplBUdc TV OAANAOLOPO®Y OV PEPOLV EVOV TOALUOPPICUO TOL
ocvvoéetan pe pio acBévern. ‘Eneita, oavtol stabpilovrot avdioya pe to péyebog g emidpaong
TOVG Ko €101 TpokvmTEL pio PBabporoyio g yevetikng emPapuvong tov atdpov oo v
acbéven (Lewis & Vassos, 2020).

Ta povtéla Tov ¥pNoYOTOI0VVTOL Y10, TNV EKTIUNOT] TOAVYOVISIOKOD KIVOUVOL UITOPOVV VoL
dpépovy o€ 3 onuavTikd onpeio: Tov aplBpd TOV YEVETIK®OV TOPOALAYdV oL Aappdvovtol
VITOY, TOV TUTO CTUTICTIKOD LOVTEAOD TTOL YPNGLULOTOLEITOL Y10l TOV GLVOVAGHO TOV KIVOHVOV
oL oETILOVTOL LE TIC EMUEPOVS TOPAAAAYES KOL TV IKAVOTNTO TNG EKTIUNONG VO YEVIKEVETOL
o€ OAOKANPO ToV TANBLoUO. Agv vITdpyovV caP®g Kabopiopéva Kabolkd tpdTLTa Yo TV
avantuén poviéhov PRS, v’ avtd d10popeTikég mpoceyyioels pmopel vo 0OGOVV S10POPETIKES
EKTIUNOELG Yo TNV 1010 acBEvera.

To PRS &&nyel tov oyetikd kivduvo €vog aTOHov vo eKONAMGEL pior acbévela, kKabmg ot
£peuves eoTIALOVV GE YOVIOIOUATIKEG TOPOUAAAYEG GLYKPIVOVTOG TO YOVISIM A TOV VYLDV LE TO
yovidiopo tov acbevov pe pio cvykekpipnévn voco. o va elvor khvikd ypnoieg, ot
moAvyovidlakeg Pabuoroyiec mov Pacilovror o pEAETEC GLOYETIONG OAOKANPOL TOV

YOVIOLOHOTOG Ba TPETEL VoL EKTILOVV TOV amOALTO KivOLVO £VOG aTOUOV Yo VOGO, Kot Oyt LOVO



TOV GYETIKO Kivouvo o€ GUYKPLon pe pio cuykekpévn opado eréyyov (Sugrue & Desikan,
2019).

H extiunon molvyovidtokov kivohvov pmopel va. gavel ypMoiun o€ dSopOoPETIKE oTAdIN
TapEPPACEDV:

% Ogpanevtikn TapéuPacn Paoiopévn o PRS (apopd v exthoyn tov napeppdoemv
Y0 TNV OVTILETOTION 1 TPOANYN Hiog acOEVELNC)

% TIpoovumtopotikdc éheyyoc Paciopévoc oe PRS (apopd v amodgacn yia évapén kot
TNV EPUNVEIN TPOGVLUTTOUATIKOV EEETAGEWV)

% Zyedoouds Long Paciopévoc oe PRS (apopd v TpocmmiKY| ¥pNoILOTNTO OV Uropet
VoL TOPEYEL, AKOUO Kot EAAENYEL TPOANTTIK®OV OpAGEMV)

H extipnom moAvyovidiakol kivduvov givat éva ToAd xproto epyaieio yuo Tov Topéa g
YOVIOIOUOTIKNG KOl EMOEYETOL PEATIOCEMV MGTE Vo UTOPECEL va pog Pondnoet otnv
KaTavOnon Tov TPOTOV AELTOVPYIOG TV TOAVYOVISIOK®V acbevelimv. Evd o andAvtog 6tdy0g
pmopel va mopapéver 1 S1eE0d1kn GTPMUATOTOINGT OAOKANPOL ToV TANBVoUOD péoa am’ Tov
VTOAOYIGUO TOL YEVETIKOV Kvduvou KdBe atopov Eexwplotd ywoo pio acbévela, €vog mo
PEOMOTIKOG GTOYOG vl O TPOGIIOPIGHOG VITOOUAO®V ATOU®V TTOV £YOVV LYMASO Kivovvo
eUPAvIong o 0oBEVELas, £XOVTOC WG PACT YEVETIKOVG TAPAYOVTEG GE GUVIVAGHO LUE KAVIKODG
noapayovteg kivdvvov (Torkamani et al., 2018).

2.3 Tao medio TG YOVISIOUOTIKNG

H Tovidiopotikny (Genomics) sivat évog oyetikd Tpdoeatog EMOTNUOVIKOS KAASOG TG
BioAloyiag mov €xel wg avtikeipevo tn HEAETN Kot TV aVOALGT OAOKANP®V YOVISIOUATOV.
Meketd 10 6OVOLO TV YOVIOIOV £VOC OPYAVIGLOV, TIC UETOED TOVG OYECGES KaOMG Kot TV
aAnAenidpacn tovg pe To mepPdriov. ITo cvykekpiéva, tepthappdvel v avantvén Kot
TNV EQAPLOYN KOUVOTOUMV TEYVOLOYIDV KOl GTPOTINYIKMV YOPTOYPAPNONG Kot AAANAOVYLIONG,
KoO®G Kot VITOAOYIGTIKGV HeBOdWV pe okomd TV avaivorn olokAnpov yovidtopdtov (Russell,
2013).

I'evikd, vapyovv 600 TPOcEeYYIGES 6TV AAANAODYIOT EVOG YOVISUDUOTOS: 1| TPOCEYYIoN
™mg xoptoypdonong (Mapping Approach) kot n Tpocéyyion TVEANG GTOYELGNG OAOKAN POV TOVL
yovidiopatog (WGS, Whole-Genome Shotgun approach). H mpocéyyion tg yaptoypdenong
Baciletol 0TV KOTOOKELY] YEVETIKAOV KOl QUGIKOV YOPTOV oENUEVNG avAAVONG TOV
YOVIOIOUOTOG KOl TEAMKE OTNV OAANAODYIOT TOV YOPOKINPICTIKOV KOl YOPTOYPUPNUEVOV
TUNUATOV  TTOV  TPOKVATOVV. XINV  MPOGEYYIOT) TUPANG OTOXELONG OAOKANPOL TOV
YOVIOLOHOTOG, TO Yovidlopa tepayiletal o€ Tuyaio, LEPIKMG OAANAETIKOAVTTOUEVO, TUNILATO,
OmOV EMEITOL TAVLTOMOlEITAL 1] OAANAOVYIOL TOLG KOl TEMK®MG GLVUPUOAOYOUVTIOL HECH
vroloyloTik®v adyopifumv (Russell, 2013).

H TNovidtopatikn tepihopfdvet tpia dtokpird medio:



% Aopikn

s Agttovpyiky

Ko T Zuykpriikn Novidtopotiky

H Aopixn Tovidiwpotikny (Structural Genomics) avaAdel v Soun TOL YOVISIOUATOG.
[TeptAapfaverl T YEVETIKT Kol QUGIKN YOPTOYPAPNOT), KOOGS Kot TNV aAANA0DYIOT OAOKAN POV
yovidropdtov. Koplog otdyoc g eivarl va fpet TV Tp1odidotatn dop OA®V TOV TPOTEIVOV
TOL KOOIKOTO0VVTOL OO £VOL OEGOUEVO YOVISIM UL

H Aegwrtovpywn Fovidiopatiky (Functional Genomics) peietd oAOKANPO YOVIOUDUOTO UE
KOplo otdHY0 va kabopicel Tig Asttovpyieg OA®V TV YOVISI®V, TNV aVAAVGCT TNG YOVISLOKNG
EKQPOONG KOl TN UEAETN TOV UNYOVICUOV TG pvOong g H avédivon tng yovidlokng
ékppaong mepthopfdver v avédivon OAwv tov RNA mov petaypdeovior 61o KOTTapO
(transcriptome-petaypaempia) Kot 1oL GLVOALOD TOV TPMTEIVMOV TOL KMOKOTOLEL TO YOVISI®LLOL
(proteome-npwtémpa). Baciletal 6€ epyacTnploK TEPAUATIK AVIAVOT Kol GE TOADTAOKEG
avolvoelg oe miektpovikovg vmoloywotég (Russell, 2013). Méco amd 0 Agrtovpyikn
YOVIOIOUOTIKY €YEL TPOKVYEL Kot €vag omd TOLG CNUAVTIKOTEPOLS TOUELG TG oVyypovng
Broloyiag, o Topéag ¢ Brominpoeopiknc (Bioinformatics).

Téhog, N Zuykprrikn Fovidtopotikry (Comparative Genomics) eivor n cuyKpITikn peAétn
00 M TEPIOCOTEP®V YOVISIOUATOV SOPOPETIKMOV EWMV KOl EXEL MG GTOYO TNV KOAVTEPT
KATOVONGT) KOl TOV EUTAOVTIGUO TOV YVOGEMV LLOG Y10 TIG AELToVpYieg KAOE YOVISOIOLATOS OALY
Kol TOV €EEMKTIKOV Tov oxéoewv. Amotelel éva woyvpd epyareio, kaBDC pog mapéyxel ™
duvaTOTNTO VO LEAETIICOVUE €vo. YOVIOl0 GE €vav OpPYOVIGUO KOl VO, AAPOVUE YPNOLUES
TANpoeopieg Yoo opdOloya yovidla e évav dALo opyaviopo. IMa mapdderypa, enedn ivor
O0OKOAO VO €£AYOVUE GUUTEPAGLOTA Y10 £VOL GLYKEKPLUEVO Yovidlo e&etdlovtag povo to
avOpOTIVO YoVidimpa, UTOPOVLLE VL TO GUYKPIVOLUE LE TN AEITOVPYiR EVOG OLOAOYOL YOVIdiov
o€ €vav GALO opYOaVIGUO.

Extog 100V Tp1dv mopoamdve Pacikdv mediwv, 6T GUVEXELD OVAPEPOVTOL KATO01 ETTAEOV
KAGoor g Fovidiopatikng. H Emyovidiopatiky (Epigenomics) givor 1 peAétn tov cuvorov
TOV OVOSTPEYILMOV ETLYEVETIKMV TPOTOTOMNGEMY TOV YEVETIKOD DAKOV, 01 0moieg ennpedlovv
™mv éKkepacn Tov yovidiov, yopig vo petofdAlovv v oAAniovyic tov DNA. H
Metayovidiopatikr (Metagenomics) eivot n dpeon HEAET TOV YOVISIOUAT®V TOV AVOKTOVTOL
and mepiarroviika dctyparta. Tapéyer tpdsPfacn otn Aertovpyikn yovidlokn cvvheon twv
UIKPOPLOK®Y KOWOTHTOV Kol Yo OVTO oLyVE ypnollomoleiton ywoo vo peietndel pio
oLYKEKPIUEV Koot Ta pikpoopyavicpdv (Thomas et al., 2012). H doppokoyovidiopotikn
(Pharmacogenomics) peietd tov Tpomo Tov EmOPE TO YOVISI®O EVOC OTOUOV GTIV OTOKPIoN
TOV G€ Uiol GUYKEKPIULEVT] POPUAKEVTIKT aywyn. ZTOY0G TG ivor 1 E£0TOIKELIEVT TPOANYN
Kol Oegpaneio piog vOoou e TV ETAOYN TOV BEATIOTOV QOPUAK®OV KOl SOGOAOYLDV Kol KOt

GULVETELN 1] LEYIOTOTOINGT TV 0PEA®V TG Bepaneiog yio kKabe acBevr. Ot mapomdve kKAadot,



omwg kot 1 Fovidtopatikn, amwotelhohv opiKéS Texvoroyies, ONA0dN OMOTIKES TPOGEYYIGELS TOV
€YoV ¢ PactKn TTVYN TOVS OTL £V TOAVTAOKO GUGTNHA UTopel va Katavon el dieodikotepa
eav e€etootel mg ovvoro (Vailati-Riboni et al., 2017).

2.4 AXMAnhodyion oNUOVTIKOV Un avlpdmivev YoviSstoudTov

[Ipwv to 1977 moAlol ProAdyor mictevav 6Tt 6A0L 01 EUPLol OPYUVIGHOL OVIIKOVV EITE GTOVG
EVKOPLOTES (Ta KOHTTOPO TOVG SLOBETOVY TLPTVA) E1TE GTOVG TPOKAPVMOTES (TAL KHTTAPO TOVG
dev dabétovy mupnva). O Carl Woese ce cuvepyasia pe tov Ralph S. Wolfe dwrictooe o1t
ol TPOoKaPO®MTEG TEPAAUPAVOLY VO  OlOPOPETIKEG ouddes: To Boaktipun kot To
Apyoofaxtpia, mwov mAéov ovopalovion Apyaio (Craine, 2022). Ot mpdTEC KLTTAPIKEG
LOPOEC NTOV TPOKAPVAOTIKEG Kot 1 €EEMEN Tovg Tponyeitan tepinmov 1 €wg 1,5 dioekatoppdpla
xPOVIOL OO TIG EVKAPVOTIKEG HOPQOES, 7oL avamtuydnkav mpwv amd tovAdyotov 2,7
doekatoppvpia ypovio (Cooper, 2000). Evtorifovtor apketég d10popEg aALG Kot OpO10TNTESG
peTald TV EUKOPLOTIKAOV KOl TPOKOPLOTIKOV KLTTAp®V, OAAE omd v amoyn g
Fovidiopatikng pag evolaeépel Kupimg 1 LOpeN Kot 1 0pYEVAOGT) TOV YEVETIKOU DAIKOV.

[Tépav ™¢ omovdadTTag TG AAANAOVYIONG AVOPOTIVOV YOVISLOUAT®V, TOL VOQPEPETOL
EKTEVECTEPQ GTIV EMOUEVT EVOTNTA TOV KEPOAAIOV, VITAPYOLV TOALOT AOYOL Y100 TN PEAETT) KO
aAAniovylon un avlpanivev yovidtopdtov. H aAAniodyion 1ov yovididpatog evOg GYETIKA
ATAOD OPYOVIGHOD KOl O TPOGOIOPIGHAC TNG AELITOVPYING EVOC YOVIOI0V, TO OTTOI0 GTNV GLUVEXELL
pumopovpe vo. evromicovpe kKot oto ovlOpomvo DNA, pog devkordver dwitepa otnv
TpoOPAeyn g Asrtovpyiog Tov avOpmdmvov yovidiov. Méca amd v aAAniodyion AoV
YOVIOLOUATOV UITOPOVUE VO, KOTOVOT|COVUE AEITOVPYIEG OLUPOPETIKMOV TEPLOYDV OGTO
avOpoOmvo yovidiopa kot vo eviomicovpe T eEeMKTIKEG oyéoelg PeTa&y TV eav. Eva
TAPASELY LA Y10, T oNpacio TG aAANA0D IoNg Un avOpdOTIVOV YoVISlopdTmy givol 1 xprion
¢ o€ maboyova Paktnpia, SNAadn oe faktiplo TOL PITOPOLV Vo TPOKUAEGOVY VOGo. H yvdon
OV OTOKTATOL OTO TNV OVAALGT] TOV YOVIOIOUAT®V TOLS, Bondd otov eviomiouo Aotpoydvav
TOPAYOVIOV KaBMG Kol GTNV EMTA0YT KOTAAANA®V OVTIPLOTIKAOV Y10 TNV OVTILETMOTICY TOVG.

211 ovvéyetn divovton KAmolot opyavicpol mov Bpickovtal G€ dPOPETIKE GKOAOTATIO TG
e€elMTuKng aAlvoidag Kot €xel oAokANpmOel 1 aAAniodyon tev yovidioudtov tovg. Ta
ovunepdopato omd TN HEAETN TOLG £ivol 1O0ATEPO GMNUOVTIKE Y10 VO UTOPECOVLUE VO
KOTOVOT|COVLE AElTOVPYieC 0TO avOpdTIVO Yovidiopa. O TpOTOC KLTTAPIKOS 0PYUVIGUOG TTOV
10 yovidiopo tov aAiniovynonke eivar o Haemophilus influenzae. O povadikodg puokodc
Eeviotig Tov €lvar 0 AvOpOTOg Kot TPOKAAEL avOTVELOTIKEG Kot AAAeG AotudEets. 'Eva axopa
ONUOVTIKO Un avOpdmvo yovidioua tov aAAniovyndnke eivar tov Boaktnpiov Escherichia coli.
Eivar évag moAd onpavtikdg opyoviopoc kabmg eviomiletol 610 Kat®dTEPO £viepo (OMOV Kot

avBporwv kot propet va emiPrdoet eEhevdepog 6to mePPAALOV.
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To npdTO YoVIdimpo evKaPLOTIKOD OPYUVIGHOD TOL AAANAOVYONKE NTOV TOL VILOTON
okmAnka, Caenorhabditis elegans. Méoa and ovtdV UEAETOVTIOL YEVETIKOL KOL UOPLOKOL
unyaviopol ¢ euppvoyéveons, e HOpeoyEVESNS KAOMG Kol TNG avAmTLENG Kol TNG
AELTOVPYIOG EVOG VELPIKOD GLGTHUATOG, TNG YRPOVONG 0AAG Kat TG cvumeprpopds (Hartwell
at al., 2014). O C. elegans pmopei va avomtoyfel edDKoAN GE EPYUGTNPLOKES GVVONKEG Ko EXEL
LIKPO YPOVO YEVIAG, GUVETMG TOV KOOIGTA 100VIKO Y100 YEVETIKN AVAAVLGT). L€ OAO T GTAIO TNG
Con tov pumopel va yivel ecmTEPIKT EETOCT KO TOPATHPNOT KOOMS TO GO TOV TOPUUEVEL
dwpavéc. H ppovtopvya 1 aAluwg Drosophila melanogaster eivat éva amd to w0 onuavTiKg
povtéda-opyoviopovs ot Biloloyia. ‘Eyxet ovuPdrer oe peydho Pabud ommv mpdodo g
YEVETIKNG Kol €lvol TOAD ONUOVTIK Kol xpnowun vy 1 peAétn avOpomvov vocov. To
yovidiopa g €xel oporoya avlpdmTveV yovidiov Tov £xovv gvoyomomBel yio v eumiokn
TOVG OTNV EKOAMGOT JAPOPOV aGHEVEL®DY, OTMG GTOV KOPKIVO 0AAL Kol GE OUOTOAOYIKEG,
KOPOLOyYELOKES, VEVPOLOYIKEG Kat dAhec voooug (Lesk, 2017).

To npd10 Yovidiopa avBo@dpov eputod mov aAiniovyndnke frav tng Arabidopsis thaliana.
Eivor edkoAn n kaAliépyeia Tov Ko €xel ypryopn avamapoywyn. [Hapovoidlel evolapépov
KoOdC KOTA TPOooLyylon ekotd yovidia tov eivar opdAoyn pe yovidio mov oyetiCovior pe
acBéveleg 6Tov AvOpmmO, OTMS 0 KOPKIVOG TOV HAGTOD Kol 1) KUOTIKY {veon).

Eniong, éyovpe katagépet vo omokmOKomomcovpe to yovidiopa amd dvo iaitepa
ONUAVTIKOVG 0pYavVIGHOVG, To ovtikt (Mus musculus) kot tov apovpaio (Rattus norvegicus).
Avikouvv 6mmg kot 0 avlpmmog ota OnAactikd Kot mepimov 0 99% TV yovidimv tovg xovv
avtioToryo yovidio pe Tov avOpmmo kot optopéva omd avtd oxetiCoviat Le dapopeg aoBEveleg
(Hartwell et al., 2014). O apovpaiog xpNCIUOTOIEITOL MG LOVTELO Y10, TN HEAETT TG EMIOPOOTS
Kol TOSIKOTNTOG POPUAK®OV KOl TO TOVTIKL OG LOVTEAOD YOl TN YEVETIKT €pEVVA YOP® OO TNV
avOpoTvn PucloAoyia Kot acBEvela, 00NYOVTOG GE CNUAVTIKEG OVOKAAVYELS GE TOUELG OTMG
N avocoAoyia kot o petafoiicpog (Waterston et al., 2002).

Ta tedevtaia ypdvia mapatnpeitarl paydaio avEnomn tov puOUoL TV dNpociedcewy, TOG0
Yo OAOKANPpOUEVE, 000 Kol Yoo VO €EEMEN TTPOYPAUUATO OAANAODYIONG YOVIOIOUATMOV.
‘Exovv ompiovpynfel swbpopeg Pdoeilg dedopévav, Ommc 1 dadiktvokn Pdorn dedopévav
Fovidiopdtev, Genomes On Line Database (GOLD), mov meptlapfdver olokAnpmpéva Kot
VO €EEMEN TPOYPALLLLATO YOVIOLOUATIKNG KOl LETAYOVIOUMUOTIKNG, KOOGS Kot dedopéva mov
TPOKLITOVYV OO OLTA. XT0 XyNuUa 2.3 eaivetal TO GUVOAO OAOKANPOUEVOV EPELVAV KO
TPOSMPIVAV TPOCYEIIMV YOVIOLOUOTIKNG, 0vA £T0¢ Kol Katdotaon. Méoa am’ 10 TapokdTm
oYNUO  QOIVETOL KOU YPOQWKE 1 ovO@EPOUEV OVENTIKY TACN TOV  TPOYPUUUATOV
aAAnAovyiong.
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AvaxtiOnke and: https://gold.jgi.doe.gov/statistics

2.5 AAMnhovyon tov avBpdmvov yovidibdpatog kot Ilpdypaupo AvOpdmivov
ovidiopatog (Human Genome Project)

To wpdypappa tov avBpomivov yovidiopatog (Human Genome Project, HGP) eivan pia
TAYKOGO  EMOTNUOVIKY mpoomdfeir opdonpo oty  avBpomvny 1otopia. ‘Eva €pyo
KoOOPIOTIKNG OMNUAGIOG OV GULVTEAEGE OTINV  AMOKPLATOYPAPNON Kol KATAvONon TOL
avOpomvov yovidiopatog. 'Hon amd to 1977 glyav yivel Tpotdcels, doTE va Yivouy ot TpaTES
amOmEPES VO EEKIVICEL 1] OTOKPLATOYPAPNON TOV AVOPAOTIVOL YOVISIOUATOS, OUMG €V TEAEL
tov OKtdPpro tov 1990 éywve n emionun Evapén tov [lpoypdupotog pe avopevopevn dapreto
ta 15 xpovia. Koprog 6100g TOV TPOYpEpIOTOg NTOV VO VOyVOPIGTOUY OAA TO avOpdOTIVYL
yovidlo kot vo mpoodiopiotel 1 Asttovpyia tovc. To eyyxeipnua mepilaupove kot GAAOLG
oTOYoVG, OMMG TNV OAANAOLYIOT OPOPOV TPOCGEKTIKG EMAEYUEVOV U avOpOTIVOV
yovidiopdtov (kémowo omd to omoio €idape oTNV TPONYOOUEVN €VOTNTA), THV avVATTLEN
e€EMYUEVOV TEXVOLOYIDV YO TNV YOPTOYPAPNCN Kot OAANAODYION TV YOVIOIOUAT®V, TN
oNUovpyiot PLGIKMOV KOlL YEVETIKOV YOPTAOV, TOV TPOGOOPICHO MOKAOV, VOUIKAOV Kot
KOWOVIK®OV Ogpdtmv mov Oa mpoxdmTay péco and v £pevva K.o..

IMo v enitevén 1oL TEAMKOD GTdHYOL £ytvay dVo TapdANAeg Tpoomdeleg. LTov ANudclo
topéa to €pyo avélaPe 1o EOvikd Ivotitovto Yyeiog tov HILA. (NIH), pe emkepaing tov
Francis Collins. To peyoidtepo pépog 1oL mpoypdupatog oeénydn amd pio o1ebvn
kowomnpaia 20 wotitovtwv otg HILA., otov Kavadd, ot Toddia, T'eppavia, Meydin
Bpetavia, Iomavia kot Kiva kot anoitodce m cvvepyosioo TOAADGV S10POPETIKAOV ETIGTNUOV.
Ot gpevvntéc amopdvooay DNA omd mToAlovg d0TEG Kot ¥pNGYLOTOiNcay LEPLKd detypoTa Yo
™V aAAnAobyon. Me autdv Tov TpOTo, 00TE 01 0OTEG, OVTE 01 EXCTILOVES YVOPLLOV TOL ATOMOL

Tov omoiwv 10 DNA aAiniovynbnke. Xtov wiwtikd topéa to id1o €pyo avéraPe n Celera
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Genomics pe dievbouvrr tov J. Craig Venter. H Celera cvykévipmoe nepinov 30 eBehovtég kot
enéhele MEVTE AVOPEC Kol TEVTE YUVOIKES OO SLOLPOPETIKES EBVIKOTNTEG, OO TOLG OTOI0VE OTN
ovvéyewn amopovodnke DNA yia va yivel 1 aAAnNAoby16T TOV YOVISUDUATOG.

Ta apyikd copnepdopato Kot To TposyES0 TOL YOVISIOUATog omd v avdivorn tov HGP
onpoctevTnKav oto meprodikd Nature otic 15 defpovapiov tov 2001, eved ot 16
DeBpovapiov Tov 2001 dnpootevtnray ko arnd T Celera Genomics oto meplodikd Science.
Tov Ampidto tov 2003, 600 ¥pOVIC VOPITEPU GO TO OPYIKO YPOVOOITAYPOLLLD, OVOKOVOONKE
pio 0VGLOGTIKG TAYPNS OAANAOVYiC TOV aVOPOTIVOL YOVISIOUOTOS, CIILOVTIKA BEATIOUEVN O
oxéon uHe 1o mPocyEdo. Aviumpoomneve t0 92% Tov OVOPAOTIVOL YOVISIOUOTOC Kot £iye
MyoOTEpEC AyvmoTteg ePLoyEs, onAadn meployéc mov N aAiniovyioo DNA dev umopodvoe va
npocdoplotel pe axpifera (National Human Genome Research Institute, y.x.). Ttig 31
Maptiov tov 2022, n kowonpo&ia Telomere-to-Telomere (T2T) avakoivioe 0Tt GUUTANPOOCE
OAOL TOL KEVA KO ONUIOVPYNGE TNV TPAOTN TPAYUOATIKA TANPTN 0AANAovyio ToL avOpdTIVOL
yovioropatoc. Ot epevvntég Pacilopevol 6o €pyo mov mapryaye to Ipdypappo AvOpomaivov
Fovidubpatog kot éxoviag otnv 01d0eon Tovg KOADTEPA €PYAOSTNPOKA Epyoreio Kot
VTOAOYIOTIKEG LEBADOVGE, KOTAPEPAY VO XOPTOYPUPIGOLY TO 8% oL dntm¢ £1dav mepthapPdvet
noAlvdpOua yovidlo kot emovarappavopevo DNA (National Human Genome Research
Institute, y.x.).

Méoa amd To Human Genome Project onpovpynnke pio nnyn dedopévov mov pumopei va
ypnoporomBet v éva gvpd pdopa Proiotpikodv peretdv. Ta o@EAN mOv TPOGPEPEL TO
TpOypappo givarl TOAAG, Ommg M Katavonon g Proroykng faong acOeveidv, 1 cLVEIGEOPA
TNV TPOANTTIKY] OTPIKN HEGA OO TV ATOKTNGN YVAOCNS Yol TV TPOodAeon Yo KATOLES
acBéveleg, n ONUOLPYID LOPLOIKOV TECT Kol POPUAK®V TOv pmopovv vo Bondhicovv oty
eEatopkevpévn Bepomeio achevov k.d.. Ouwg, Tépav avtav £é0eoe Kot ToAAE NOkd, vopikd
Kot kowvovikd {nmpata to oroio 1 kowvovia kaieitor va aviipetonicet. Ot vrevbouvor katd
™ dnpovpyia tov HGP avayvopioav avti v avaykn mov Ba tpdkvnte Kot to {nTipote Tov
Ba Eépepve oV empdvelo 1 olokApwon tov mpoypaupatoc. To 1990 to National Human
Genome Research Institute (NHGRI) onpodpynoe 1o gpeuvntikd mpdypoupa ELSI (Ethical,
Legal, and Social Implications), éyovtag ®g 6TOX0 TNV TPOANTTIKY OVTYETOTICT TOV
napondve Cnmmudteov. To ELSI acyoleitor kvpiowg pe to omdppnTo TOV YEVETIKAOV
TANPOPOPLAOYV, ONANOT TN YPNOT KOl EPUNVEID TOVG, TNV ACPOAT EVOOUATMOT TNG YEVETIKNG
TANPOPOPIOG GTNV WTPIKT], TOV OTKOLO XEPIGUO TOV YEVETIKOV TANPOPOPIOV KOOMOS Kol TNV
EKTTALOEVOT) TOL KOOV OAAG KO TV TOPpOY®V VYELOVOUIKNG TTepiBalync oe oyeticd {ntipata.

H oloxAnpwon tov HGP épepe oty empdveto véa dedopéva kabdg Kot VEEG TEXVOLOYiES
oL £0waoav TNV dbnon va dnovpyndodv kot Ao EpELVNTIKA TPOYPALLOTE TOV £0ETOV
drapopetikove otdyovs. To Aebvég TIpdypaupe HapMap (International HapMap Project)

onpovpynOnke kot £€6ece ¢ Pacikd GTOYXO TNV AVATTLEN EVOC EpELYNTIKOV Epyaieiov Tov Ba
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BonBnoel maykooimg epELYNTEG VO OVAKOADWYOLV YEVETIKOVS TOPAYOVTEG TOV GULUPAAOVY
otV evaiohncio oe acHiveleg, AAAG Kol 6TV TPOCTAGIN OO OVTES KO GTNV OVTOTOKPIOT) O
eappoka. Xav Tpdypappo topovsiole kowd pe to HGP, dpmg eved to HGP kdlvye ohdxkinpo
10 Yovidiopa cvumeprapfavopévon tov 99,9% mov 6Aot ot avBpwmot givar 16101, To HapMap
0énoe va Ppet o kowd potifa pésa oto 0,1% mov dapépovv and dvBpwmo oe dvOpwmo
(Gibbs, Belmont et al., 2003). Zav enéktaocn tov npoypdupoatoc HapMap dnuovpyndnke to
debvéc Ipoypappa 1000 Tovidiwpdtov (1000 Genomes Project). Efeoe wg facikd otdyo v
aAAnAovyiorn yovistopatog amd tovddyiotov 1000 avBpdmovg oe OA0 TOV KOGHO BOTE Vo
KOTAPEPEL VO, ONUIOVPYNOEL pior AETTOREPT] EIKOVA TNG AVOPAOTIVIG YEVETIKNG TOKIAOTNTAG.
‘Eva oxépa 01ebvég mpdypappo mov yevwnOnke péca amd 1o HGP givoar to mpodypoppa
ENCODE. To 6vopo tov mpoypapupato tpoékuye ard tao apykd tov Aééswv Encyclopedia
Of DNA Elements kot €0ece ¢ 6TOXO VO TOVTOTOMGEL OAL TOL AELTOVPYIKG GTOUXEID. GTO
avOpodmTIvo yovidiopa kot vo SNUovpyNoeeLl Evay OAOKANP®UEVO KaTaAoyo. Xtnv EALGS TO
2010 Eexivnoe to gpguvnTikd Tpdypoppo Genome of Greece mov €oTidlel 6TV EPAPIOYN TNG
FNovidiwpatikng wtpikng otnv EALGSa. Kiprog 6tdx0c avtod Tov cuvepyatikod Tpoypapatog
etvat 1 TePAUTEP® JEPELYNON TNG YEVETIKNG Pdong KAnpovopkadv acbeveimv otnv EAAGS,
KaBmG Kot 1 EPAPLOYN TNG YOVISI®UOTIKNG WTPIKNG 6TO0 EAAMNVIKO cvotnuoa vyeiog (Katpn,
[Motpvog, 2021).

2.6 A&lomoinom Tov Topén TNG YOVIOLOUOTIKNG KO EPOPLOYES

Toco péoa amd 1o Ipdypappa tov AvOpdmvov IN'oviduopatog (HGP), 6co kot péoa amd
TOAAEG  YOVIOIMUATIKEG €PELVEC, TOL OMMG €IOOUE KOU OTNV TPONYOOUEVN €VOTNTA
aKolovOncav, 0 TOPENG TNG YOVIOLOUOTIKNG GvOioe Ko €pepe emovaoTaTIKEG £EEMEELS O
Brotatpun. TTAéov éxer kobiepwbel ¢ emMOTUOVIKOS KAAOOG KOl HE TOV TEPAGTIO OYKO
dedopévmv Tov dnpovpyndnke oxetikd pe to avBpomivo DNA, ot emotipoves Kot ot wtpol
gyovv omnv 01d0eomn TOLG 1oYLPA EPYOAElD Yol VO LEAETHGOVY TOV POAO TMOV YEVETIKOV
TOPAYOVIOV GE GLVOLACUO UE TO TEPIPAALOV G€ TOAD mo cVuvOeTeg aoBéveleg. Ot KAVIKEG
EPAPLOYES TNG YOVISLOUATIKNG Umopolv va BeATidcovy 1660 v vyeia Tov avBponwv, 660
Kot TV {OOV Kol TOV QUTOV.

[Mpaxtikd, «éBe ovOpodOmTIVY acBéveln €xer wkdmowo Pdon oto yovidlw pog kol M
OTOKPLTTOYPAPNGN TOL AVOPOTIVOL YOVISIOUATOS KATAPEPE UETAED TOAADV GAA®DV Vo
KOTOGTNOEL OLVOTN TNV TOVTOTOINGCT YOVIdimV Tov givar vaehBvva Yo SPOPETIKEG VOGOUG
otov QvBpwmo. Méca amd v Tavtonoincn tpodladesikdv Yovidimy Yo vOGouSg 001 YOO LAGTE
TNV KAAVTEPT) KATAVON O, O1dyveon Kot Bepameio TOVG Kol GLVETMG G KAAVTEPT] KATOVONOM
¢ Proroyiog Tovs. ‘Etot, og opiopéveg kataotdoelg pmopet va pog Bondnocet ot datnpnon
™G vyelag pog péca and TPoTAcEelS Yo dAAaYEG, TOG0 ooV TPOTO (NG OGO Kol GTNV 10TPIKN

Oepamneio. Xvvenmg, ) €pevva pe Bdon 1o yovidiopa pag divet T duvatdtnta yio PeATiopéveg
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JYVOOTIKEG HEBOOOVE, TO OMOTEAECUATIKEG OEPUTEVTIKEG TPOGEYYICELS Kol YEVIKOTEPQL
KOADTEPT ANYN KAVIKOV 0ToQAGE®V Y10 TOVS acBeveig Kot Tapdyoug.

‘Eva mapddetypo epopproynig e YoVIOLOUOTIKNG eivarl otov Topéa tng moudtatpikng. H
TAELOVOTNTO TOV OTAVIOV 00HEVEIOV TPOSPAALEL To TOUdLA KO TOL TEPLOCOTEPO, £XOVV L0l
VTOKEIEVT] YEVETIKN autia Yo TV Katdotaomn wov Bpickovtal. H mpocéyyion g mandiatpiknig
HEGO ad TN YOVIOLOUOTIKN £XEL 0ONYNOEL G€ QVENUEVO TOCOGTO OVOKAALYNG TMV YOVIOI®MV
mov etvar vrevBuva yuoo omdvieg modlTPIKEG aoBEévele KaOdg kol oe eSaTOUIKELUEVN
Oepameia, dtayeipton Ko wapakoiovdnon tov Toudov (Wright et al., 2018). [dwaitepa emikoupn
elvat Kot 1 €QapoY| YOVISIOUOTIKOV TPOGEYYICEMVY Y10 TNV TapaKoAoLON o™ TG eEEMENG TOV
v SARS-CoV-2 oe maykoouo emimedo. [ovidiwpoatikés peléteg acbevaov mov €yovv
dwyvootel pe COVID-19 ko épovv ektebel otov 10 Pplokoviar oe e£éMEn, ®dote va
EVTOMIOTOVV YEVETIKEG OUOLOTNTEG OTMV OV JOTPEXOVY UEYAAVTEPO Kivouvo Yoo Gofapn
ékPaon ™¢ Aolpwéng kot vo yivelt cwot) kabodnynon tov acbevols, aAAd Kol Yoo THV
avamtuén otoyevuévav Bepansidv kot Bektiopévov suforiov (Geller et al., 2020).

O topéag g PopLoKOYOVISIOUOTIKNG EXEL LEYOAN onuocio Yo TG KMVIKEG EQAPUOYES TNG
YOVIOLOHOTIKNG KO TNV TEPUTEP® £EEMEN NG e€atopikevUEVNG TPIkNG. Me v Tdpodo tov
YPOVOL O aPOUOC TV YOVIOLOKDV TOPOALAYDV TTOL QOIVETOL OTL ETNPEALOVY TNV OVTATOKPION
ota edppoka avEdvetar otabepd. Ta mepiocdTepa amd ta yovidia kwouorotovv Evivpa Tov
petaforifovv SPOPETIKE €vo 1] TEPIGCOTEPO QAPLOKO KOl £TCL OPIGUEVES TOPUAAAYES
Bpébnkav va kabiotovv To eapuaka ToEKd, v alleg avamotedespatikd (Drew, 2016). H
DopHoKOoYOVIOIOUOTIKY HEAETE TIG OAANAEMIOPACELS HETAED QOPUAK®OV KOl YOVIdimV
cupupdriovtag ot Pertioon TS acPAAELOg Kot THG OMOTEAEGHATIKOTNTOG piog Oepameiog (e
TNV TPOCOPUOGUEVT 6TO YeVETIKO LOPabpo kdbe atdpov yopnynon eapudkov. Iapéyet
EMIONG OTOL WTPOVG TN SVLVOTOTNTO VO, TPOPAEYOVY TNV OMOTEAECUOTIKOTNTO KOL TNV
acpialeln piag Ogpomeioc npwv v epappoyn g (Lee et al., 2014). Eivauw onuavtikd va
KOTOVONGOLUE OTL To TEPIGGOTEPA VEN Pappaka mov Pacilovior ce €pguveg pe Pdaon To
yovidlopo  xpedlovtor Yoo TNV VAOTOINGN TOVG OPKETO YPOVO, OAAL Kol VLYNAN
YPNUATOSOTNGN, MCTE A0 TO EPYUCTNPLO VO UTOPECOVYV VO LETOPEPOHOVY € KMVIKO EMIMEDO.

Metd v orokAnpwon tov HGP, n xowvotopio otig te(vol0Yieg Kot TIG GTPATNYIKES
OAANAOVYIONG TOL YOVIOIMUOTOS GUVEXMG EMTAYVVETOL AVLTO £XEL MG OMOTEAEGUA UE TNV
Thpodo tov ¥pdvov 10 KOGTOG oL GyeTileTan pe v aAiniovyion tov DNA va peidverat.
SOUPOVA PE TOL OEOOUEVO TTOL GLAAEYOMKAY OO OLLAdES AAANAOVYLOTG TOL YPNUATOSOTHON KOV
and to NHGRI, 10 K6010¢ dnpovpyiog €vog vyning moldtntag TpocyEoion aAAniovyiog
0AOKAN POV TOVL AVOPOTIVOL YoVISIOUATOG oTa péca Tov 2015 Ntav Alyo mhve ard 4.000
doAdpia, evd péxpt To TéAN tov 2015 giye nécel ota 1.500 dorapro (National Human Genome
Research Institute, y.x.). H €€éM&n g peiwong tov KOGTOLE Yo TNV OAANAOVYIGT TOV
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avOpamvov yovidiopatog amd 1o 2001 péypt 1o 2022 @aivetar kot 6to Zynua 2.4, 1e 10 KO6TOg

va TEeTeL Kot omd ta 1.000 dordapia To 2022.

Cost per Human Genome

$10,000.000

Moore's Law

$10.000

0 201 2012 23 204 2015 2 217 2018 2019 2020 2021 2022

Zynuo 2.4. Cost per Human Genome
AvaktiOnke and: https://www.genome.gov/about-genomics/fact-sheets/Sequencing-Human-Genome-cost

[TAéov apKeTéc eTOUPEIEC TPOCPEPOLY TPOCHOTIKT AAANAOVYLIOT YOVIOLOUATOG Kot KAOMDG TO
KOGTOG LELDMVETAL KO 0 EE0TAIGULOG YiveTon OO KO o HkpOG, Eva mBavo endpevo Pripa etvat
LE TNV €160YWYN TOL 0cbevi) 6TO VOGOKOUEID VO TOPEYETOL KOt [iol VINPEGLQ, TOVAGYIGTOV
HEPIKOV TTPOoodoptopol g aAiniovyioag tov DNA tov poli pe ta {otikd onueia tov. H
YOVIOIOUOTIKY Kol OAOL 01 Topeic Tov €xovv dnuovpyndet péom avtrg, £xovv dadpopaticet
KEVIPIKO pOAO OTN UETAUOPP®ON TNG LOTPIKNG, CLUVEIGPEPOVTAG GTNV TPOANYT|, Qvixvevon,
akppn odyvoon aArd Ko otnv amotedeouatikn Oepomneio vocwv. H peioon tov kdcToug
OAANAOVYIONG TOL OVOPAOTIVOL YOVISIOWUOTOG KOl 1) OAO Kol UEYUADTEPT EVOGOUATOON NG
eEATOMKEVUEVNG LULTPIKTG GTH GUYYPOVT| ETOYT| B0l LETALOPPDGEL T PLOpNXOVIO VYELOVOUIKNG

epiBalymg Kot TOV TPOTO TOV ACKEITOL 1) LOLTPIKT.
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Kepdhaio 3
Mnyovikiy Mdabnon
3.1 Ewsaywyn oty évvota tng unyovikng pébnong

H pnyovikn uédbnon (Machine Learning, ML) amotedel éva and to Pacikd ototyeio TG
TeQvNTG vonuoovvng pe pileg ota péco tov 20 owdvo. Tn dekaetio tov 1950,
TPOTOEUPAVIGTNKE 1 10€a TNG OMpovpyiog unyavav mov Bo propovoav va pabaivovv amd
dedopéva. O Alan Turing, mov ovyvd avapépetor ™G O TOTEPAC THG EMOTAUNG TOV
VITOAOYIOTMV KOl TNG TEXVNTNG VONUOGUVIG, £€0ece 10 epdTNHa «MmTopovv o1 pnyoaveg va
okéQTOVTOL» 610 Oepelmdec apbpo tov to 1950 «Computing Machinery and Intelligence»
(Turing, 1950). To 1959 o Arthur Samuel, exwvonoe tov 6po «Mnyoviky Mabnon» kot v
TEPEYPOYE MG TO «TEGT0 PEAETNG TTOV SIVEL GTOVS VIOAOYIGTEG TV KavOTNTa Vo pofaivouy
yopic va mpoypappatiCovtar pntéy (Samuel, 1959). Avt) n enovactotikn 10éa £0ece TIg
Baoeig Yo v avarTuEn akyopiBuwy wov eivar ikavol va tpocappdlovrat kot vo BeATidvovTot
LEe TNV TéPp0odo Tov Ypovov. Me v Tapodo TV dEKOETIMV, 1] UNYOVIKT nabnon £xet e&eiybel
and anhobs alyopibuovg oe mepimioka povtédo Pabdidg pnabnong, éxoviag v dvvotdnTa
avdAivong kot aglomoinong tepdotiwv mocotTeV dedopévev. Ot péBodol TG UNYOVIKNG
naonong £xovv Ppet epapproyég o€ dAPOPoLg TOUElG amd TN Plodoyio Kot TNV VYEIOVOUIKT
epiBalym LEXPL T PN UOTOOTKOVOLK( KO TO UTOVOLLOL OYNLOLTOL, EVIGYVOVTOS TV TOVTOY OV
TAPOLGIO TNG OTN GNUEPIVN ETLOYT KOt KADIGTAOVTOG TNV £VOL AVEKTIUNTO EPYAAEID GTO GNUEPIVO

KOGLO TV dedopévaov.
3.2 Eidn Mnyaviknig Mdabnong

H pnyovikn pabnon amotekel v Kopu@®o™ NG cuvepyaciog dSpOpmOV ETIGTNULOVIKOV
nedimv, pe PACELG GTNV VTOAOYIGTIKN GTUTICTIKY KOl TO LoOnuatikd. Avaioya [e T VO™ TOV
OEJOUEVMV KOl TOVG EMOUOKOUEVOLG GTOYOVG, 1 UNYXOVIKN pdOnon pmopel va dtakpifel ota
e&ng emomuovikd nedia: EmpPrenouevn Mabnon (Supervised Learning), Mn Emiprendpevn
Mabnon (Unsupervised Learning), Hu-Emipienopevn Mdabnon (Semi-Supervised Learning)
kot Evioyvtikn Mabnon (Reinforcement Learning).
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Machine Leaming

Supervised Semi-Supervised [ Reinforcement J | Unsupervised
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Tiots Cluster LSNE
Anatysis

2ynuo 3.1, Types of Machine Learning
AvaxtiOnke amd: https://priyalwalpita.medium.com/types-of-machine-learning-556529ad6a23

3.2.1 Emprenopevn Mabnon (Supervised Learning)

H emPrendpevn pabnomn (cuyxva avo@EpeTol Kol ¢ ETOTTEVOUEVN 1| EXITNPOVUEVT) gival
pio péfodog pnyavikng pabnong xotd v omoia 0 akydpBuog ekmodeveTon o dedopéva
g10000v e etkéteg (labels). Xy emPrenouevn pabnon otov akyopiBuo mapéyoviol o
YOPOKTNPIGTIKA €16000V Kot ol avtioTtolyeg Tkéteg €60600V Kot 6TdY0g ivar va pabet va
YEVIKEVEL A0 0T TO dedopEVH o€ VEN abéata dedopéva. Baoikd mAcovéktnua g eivor ta
wwitepa EpUNVELGILA LOVTELQ.

H dwdkacio g emPrendpevng pdonong nepthapupdver covibog dtdpopa Pacukd frpara,
OM®G 0 TPOGOOPIoUOG TV SEFOUEVOV EKTOUOEVONG, 1] CLALOYT ETICTLOCUEVAOV JEIYUATOV, T
dwipeon TV dedOUEV@V, N EMAOYN €VOC KOTAAANAOL ahydpiBuov kKot 1 a&loAdynon g
axpifelog Tov poviEAov.

Mmropel va epapprooTel o€ Eva €pY PAGHLOL EPYOCLOV KOt 01 KUPLOL TOTTOL TPOPANUATOV GTA
omoio ypnoiponoteitan ivon 1 ta&vounon (classification) kot n waAvdpounon (regression).

Regression
What is the temperature going to

" be tomorrow?
Y///4

PREDICTION

Fahrenheit |

Classification
Will it be Cold or Hot tomorrow?

PREDICTION

oo [or]

2ynuo 3.2. Regression vs Classification in Machine Learning.
Avoxtionke omo: https://www.springboard.com/blog/data-science/regression-vs-classification/

Fahrenheit
oF "
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3.2.2 Mn Emprenopevn Mabnon (Unsupervised Learning)

H pn emPrenopevn pabnon (avagpépetot Kot og nabnon ympic enipreyn) emkevipmveTon
6TOoV eVTOTIGUO poTifav dlywe v avBpdmivn kabodnynon. Evog tétotoc alyopifpog pabaivel
va ovoryvopilel potifa ota dedouéva, ympic OU®G VoL EKTALOEVETAL PITA GE GOVOLN OEGOUEVOV
pe mpokabopiopéveg etikétec M katnyopieg. O o1dY0g ALTAG NG TPOGEYYloNg elvarl va
OVOKOADWYEL TNV VITOKEIIEVT Soun 1 KaTovopu] HEca 6T SE00UEVAL.

O1 mo dwdopéveg teyvikée sivor n Xvotadomoinon (Cluster Analysis) kow 1 Meioon
Awotdoswv (Dimensionality Reduction), evd otn Biproypagio covavtdvrol ko 1) Aviyvevon
Avopolov (Anomaly Detection), ot Kavoveg Zvoyétiong (Association Rules), ot Xdapteg
Avté-opyavoong (Self-organizing Maps) «.é. (Hastie et al., 2009).

Kdémrotot and toug mo evpémg xpnoLomolovpevovg ahydpifpovg givar:

- MéBodog K-Means (K-Means Clustering)
- Iepapyn Lvotadoroinon (Hierarchical Clustering)
- Avéivon Kopiov Zuvictwomv (Principal Component Analysis, PCA)

Before K-Means After K-Means

N

& &
E &
&
CIE T 4 s 2
%4"’ &
*T Ry L @ i # ¥ @
#4}, '-’é# ‘#*
4P &b &

2y 3.3. What is K Means Clustering?
AvaktiOnke and: https://avijitd22.medium.com/what-is-k-means-clustering-579e04df66f0

3.2.3 Hu-Emprenopevn Mabnon (Semi-Supervised Learning)

H nui-emPrenopevn (aAMag, nu-erontevdpevn) pabnon onotelel Eva evolauecso 1oyvpod
gpyoreio mov alomolel to mAcovekTNUOTA TOGO 1TNG emMPAENOUEVNG, OGO KOU TNG UN
emPrendpevng pddnong. Extog and ta pun emonpocpéva dedopéva o aryoptOpog Aapufavet
VIOYIV GE LIKPOTEPO TOGOGTO KoL Ta, OedopEva Tov £xovv emonpaviel. Xpnoyonoeitor dtav
VILAPYOVY UEYAAEG TOCOTNTES OKATEPYUOTOV KOl UN dopnpévav ocdopévov. H yprion un
EMIONUAGUEVOV OEQOUEVOV GE GUVOVACUO LLE ETOUACUEVO vl TOAD oNUAVTIKY, KOOMOC
BeATidvEL TV OMOTEAEGUOTIKOTNTO KOl TNV ToyOtmta ¢ panonc. 'Eva onuaviikd
TAEOVEKTN LA €IVl OTL LELDVEL TNV OVAYKN Y10 TANPOS EMCUAGUEVO dEGOUEVA EKTTOIdELONG
KOl GUVETTADG €ivar 01KOVOUIKE 7o amodoTikn. Ot eQapproyES TNG CLVAVIMOVTIOL GE JIAPOPOVE
TOUELS, O™ otV OpacT VTOAOYIGTMV (COMPUtEr VISion) 6Tov 1 aVayVOPLoT| OVTIKEUEV®V

Kot M tagvounon ewovov emm@elodviol and Ty epapuoyn pog tétowag pebddov, oty
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enekepyooia euowkng yiooocag (NLP), oe epyacieg omwg m avdlvon cvvaicHnuotog
(sentimental analysis) mov to dedopéva pe €TIKETEC €lval OTAVIO, KOL GTNV VYELWOVOUIKY
nepiBaiym omov Ta emonuacuéva dedouéva umopel va gtvor omdvia. Tapdia avtd vadpyovv
ONUOVTIKOL TEPLOPICUOL KOl TPOKANGELS OTNV  €QPOPUOYN NG, OCLUTEPIAAUPOVOUEVOV
nmuétov mov oxetiCovion pe v emloyn Kot aSloAdYNon HOVIEA®MVY, TNV TOOTNTO TMV U
EMIOTLOOUEVOV OEGOUEVMV KL TV TTOALTAOKOTHTA TOV oYedtocov Tov olyopifuov (Chapelle
etal., 2010).

3.2.4 Evioyvtikn udbnon (Reinforcement Learning)

H evioyvtikn pdbnon (cvvavtdror oty Piprloypoaeio Kot oG eViGYLUév) apopd Evav
npaxtopa (agent) mov pabaiverl vo AapPavel Tic KaAHTEPES OTOPACELS OAANAETIOPDOVTOS LLE TO
nepPdiiov (environment) tov kot pabaivovtog oo Tig avrapoés (rewards) tov evepysimv
tov (actions). IIpokettar yioo o dadkooio SOKIUNG Kot OQAAUNTOS, OMOV O TPAKTOPAS
BeltidveTa e TNV TAPOS0 TOL YPOVOL Y10, VO. EXLTVYEL TOV 6TOY0 ToL (goal).

Av dodue Alyo mo avolvTikK@ Tovg Opovg oL avaeépdnkav, g mpdkTopog (agent)
avaPEPETOL 0 VITELOHVVOC ANYNG ATOPAGEMV, Y10 TOPASELY LA EVA TPOYPOLLLLL VTTOAOYLIGTH 1) £V
poundt 1 otwdNmote pmopel vo avaidfer dpdon kot vo AdPel amopdoels. To mepiBdilov
(environment) givot avTo pe 10 01010 AAANAETIOPE O TPAKTOPAS, Y10 TOPASELYLLOL EVOL TTOLYVIOL
N évog eLOIKOG YdPog, OTmG éva dwudtio. Me tov Opo evépyeteg (actions) avogépovtot ot
KIWVNGES TOv avalopBdavel o mpdrtopag, OTmMG To va kével pio cuvaAlayn 1 wa Kivnon oto
okdkt. Q¢ avtapoBég (rewards) opifovrar ovtd mov AopPdver o mpdakTopag OTOV
wpaypoatoromoet pia evépyelo. H avrapoln sivon pio aptuntikn ] mov evnuepmveL Ttov
TPAKTOPO. TOGO KOAN M Kok Ntav 1 evépysw. [a mapdostypa, pio vikn pmopet vo ddoet
avtopolpn +1, eved o o -1. O oto)0g (target) sivar vo Ppet Tic KaADTEPEG EVEPYEIEG DOTE
va peyiotomoinfel n cuVOAIKY| avtapoPn pe v Thpodo Tov ypdévov. Avtd emtvyydvetal
dokipdlovtag 01dpopeg evépyeteg kot pobaivovtog amd Tic avtapolPEg, PEATIOVOVTOG GTASIOKE
TIG OMOPAGELS TOV.

[N va yivel To xotavonto, £va amAd Tapddsty Lo GTOV TOUEN TNG VYEWOVOUKNG TEPIBaAyMg
Ba pmopovoe va glval évag yneuakog Bondog vyeiog mov aAANAemdpd pe Evav achevn. Xto
OLYKEKPIUEVO Tapddetypo. o ymeuokog Pondoc (agent) aiAniemidpd pe 1o mePPAAAOV
(environment) mov TepthapPavel Oro 6o, oyeTilovTol e TNV KATAGTAoN VYEING TOV 0l60EVONG
Om®G M SoTpoPn, N AGKNON, N PAPUAKEVTIKY aymyn KTA. Kot divel cupufovAés (actions). Eav
0 acBevic akorovOncel T cupPovin tov kot Bertiwbel, 0 ymeakdc Bondog o AapPdaver og
BeTiKd amotédeoua Kot 6T cvvExela pabaivel am’ ovTo, OGTE Vo LToPEl va TapEyel KaADTEP
eEOTOUIKEVEVT PPOVTIOO KOLL LLE TV TTAPOSO TOL XPOVOL Vo YiveTol OA0 Kot kaAvtepog (Sutton
etal., 1998).
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Agent

state reward action
St| R At

Rer
Environment
Star

Zynua 3.4. Reinforcement learning cycle
Avaxtifnke omd: https://www.v7labs.com/blog/deep-reinforcement-learning-guide

3.3 Teyvikéc ko ahydpOuor Mnyoavikne Maodnong

Ot alyopiBpor pnyovikng padnong eivor amoapaitmror yuu v eaywyn TOAOTIU®V
minpoeopiov péca amd TEPAoTIL Kot TOAVTAOKA cOvolo dedopévov. H emdoyn tov
KatdAinAov aiyopiBuov egoptator amnd mANB0¢ mapayovimv, cvpmEPAAUPAVOLEVIG NG
QUONG TOV OEd0UEVOV KOl TNG GUOTG TOV GLYKEKPLUEVOL TtpoPfAniuatoc. H katavonon tov
TEPLOPICUDV KL TOV SVVOTOTHTOV TOV dapop®v adyopiBuwv eival (oTikng onuaciog yio tnv
OTOTEAEGLOTIKT] EQPOPLLOYN TOVG.

Onwg idope mponyovéveog - unyovikn pabnon yopiletor oe dAQOPEg KATNYOpied,
kaBepio and T1g omoieg elvarl KOTAAANAN Yo O1LPOPETIKOVS GKOTOVG Ko AElTovpyieg. Xn
ocvvéyewn o aoyoAnBovpe e aAyopiBLOVE TOV GLVOVTAOVTAL EITE GTNV EMLTNPOVIEVT] UNYOVIKY|
uabnon, eite ot pn emumpovpevn. H emoyn tov katdAiniov oiyopibpov omortel
ok Katavonon Tov TAMGIOv TOL TPOPANUATOS Kol GYOAACTIKN €EETOCT TMOV
YOPOKTNPIOTIKOV TOV 0edopévav. Oo eufabbvovpe o KOTOOVE OO TOLG MO GLYVA
YPNOUOTOIOVUEVOLG aAYopiBoVg Ko oTIg Katnyopieg mov avtol eumintovv, toviovtag to

K0P YOPOKTNPIOTIKE TOVS KOl TOV TPOTO AEITOVPYING TOVG.

3.3.1 Teyvikég Ta&wounone — EmPrenduevn padnon (Classification Methods-
Supervised learning)

H taivépumon ot pnyovikny pdbnon oavoaeépetor otn oladikacioo Katd tmv omoio To
dedopéva. €16000V KOTOTAGGOVTOL G€ OVO 1 TEPLOCOTEPEG TPOKAOOPIGUEVES KAAGES 1
Kkatnyopieg. Méow NG avdAvong TovV YOpoKITNPIoTIKOV KAOe delypatog, o aiyopiOuog
poBaiver va avayvopilel kot vo mpoPAénet v KoTataln vEOV 0£d0UEVOV €GOS0V OTIC
avtiotoyeg KAdoels. H taivounon epapuoletor 6 TePUTAOGEIS TOV 1 UETAPANT-GTOYOG

eivon drakprrn (Keita, 2022). Arotelel pio ouvOet epyacio mov meptlapfavetl Tnv Katavonon

21



™G QUOMG TOV OEOOUEVOV, TNV EMAOYN €VOG KOTAAANAOL LOVIEAOL KOl TNV EPOPLOYN
OO LOTIKOV EVVOLDV Y10 TNV EKTOIOEVOT) TOL LOVTEAOV.
‘Eva moapddetypo ypnong g 0o pmopovoe va givor 1 mapovcia 1 amovcio piog
CLYKEKPIULEVNC YEVETIKNG VOGOV, Ue Bdom TV aviivon Sed0UEVOV YOVIOOKNG EKPPOCTG.
Kdamoteg amd 11g mo YvmoTéC TEXVIKES TTOL YPNGULOTOLOVVTOL Y10 EPYOGIES TASIVOUNONG Kot
Oa avodvBovv otV GuvE el eivat:
- I'pappukn Awyoprotikny Avaivon (Linear Discriminant Analysis, LDA)
- Aoyiotikn ITolwvdpounon (Logistic Regression)
- Aévrpa amogacng (Decision Trees)
- Tuyoio ddooc (Random Forest)
- Mnyavég davuoudtov vrootpiéng (Support Vector Machine, SVM)
- K-minoiéotepor yeitoveg (K-Nearest Neighbors, KNN)
- Extreme Gradient Boosting (XGBoost)

3.3.1.1 I'poppikn Awyopiotikn Avaivon (Linear Discriminant Analysis, LDA)

H ypappkn dwympiotiky avirlvon (LDA) eEumnpetel évav dmhd okond 610 mEdio ™G
pnyavikng pédnonc. Amotehel pio texviKn €TOMTELOUEVNG HAONONG TTOV XPNGUYLOTTOLEITAL OE
npoPAnpato Ta&vounong, aALA Kot [ TEYVIKY TOV XPTCLUOTOLEITAL Y10, LEIMON S10CTACEWV.
Q¢ mpog TV TavOuno, SOUOPPOVEL Evay JlaY®PLOTIKO Kavova Yoo v Kotoveipet pio
napotnpnon o€ évav and toug K dwbéoyovg minbuopote, Ppickovrog €vav ypoppiko
CLVOLAGUO YOPAKTNPIOTIKOV TOL Ooympilel KaAOTEPpA TIG KAAoES. Q¢ mPog TN peimon
dwotdcewv, mpoPdiier 10 cOVOro Oedopévav oe €vav y®PO KPOTEPNG O146TAONG,
LLEYIGTOTOLOVTOS TAPUAANAQ T1) OO OPLOTIKOTNTA TOV KAACEWDV.

O mpotopykdc otdyxog g LDA givor d1ttog: apevdg 1 LEYIOTOTTOINGT NG AmOGTACTG
HETOED TV HECOV 0PV TMV OUPOPETIKAOV KAACEDV KUl OPETEPOV 1 EAAYLOTOTOINGCT TNG
dwomopdg evidc Kabe kAdonc. Zto Pacwd Prjpoata ¢ dwdikaciog mephappdvetor o
VIOAOYIOUOG TNG OlacTopds HeTall Kol eviOc TV KAACE®V Kol TEMKA 1 dnuovpyio evog
YOPOL  YAUNAOTEPNG O1ACTOCNG, O ONOI0G EMTLYYAVEL OVTOVG TOVLG OTOYOLS. AVTO
EMTVYYAVETOL LE TNV EPAPUOYN EVOC OOYOPIOTIKOL KAvOVA, YVOGTOD MG TO KPLTNPLO TOL
Fisher.

‘Exet moAAd mAieovektnuota KoODG eivor €vog amAdg Kol LTOAOYISTIKG OTOO0TIKOG
aAlyop1Bog mov pmopel va AEITOVPYNOEL KOO Kot OTOV O aptOUOg TV YOPOKTPIOTIKAOV Elval
TOAD PEYOADTEPOG O TOV aplBud TV detypdtomv ekmaidevonc. Mmopel va yeiplotel VyYMAEg
ocvoyeticelg  petad TV YOPOKINPIOTIKOV  oTa  0edopéva.  (TTOAVCLYYPOKOTNTO,
multicollinearity). Opmg kavel opiopéveg vTobécelg oyeTikd pe ta dedopéva. Ymobétel 6Tt To
YOPOKTNPLOTIKA 0KOAOVOOVV KAVOVIKT KOTAVOUY], Ol TIVOKES GLVOIAKVLOVONG TOV O1APOopmV

KAMacemV ivan {00t Kot ta dedopéva etvar ypappikd dtaywpicio.

22



O 1pémog Aertovpyiog mOV TEPIEYPAPNKE TAPOUTAV®D OTOTVTOVETOL GTI) GUVEYEL HECH
OO UOTIKOV TOTTOV.
[Ipota, vroloyiletal 1 Slay®PIOTIKOTNTO HETOED TV KAACE®V, ONAGON 1 OTOCTOCY

HeTa&D TV pHEcmV Opov TV dupdpmv kKAdcewv (between-class variance).

Sp = Z N;(%; — %) (%, — 0"
i=1
2 ocvvéyelwn, vroroyiletor n amdcToon HETAD TOv HEGOV GPOL Kol TOL Oelypatog Kabe

KAGomng (within-class variance).
K

Ni
_ _\T
= Z Z(xij — %) (xy — %)
i=1]
Téhog, KaTaokeLAleTOL O YOPOG YAUNAOTEPNS O1AGTACTG TOV LEYIGTOMOLEL T SLOKVLLOVOT)
HeTa&l TV KAMAGEWV KOl EL0YIGTOTOLEL TN dtaKV AV evTog TV kKAAcewv. Eotm P n mpofoin

070 Y®OPO Yaunrotepng dtdotaong (kprmpio Fisher) (Sarkar, 2023).

p PTS,P
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LI °
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2y 3.5. Linear Discriminant Analysis
AvaktiOnke and: https://medium.com/@gajendra.k.s/linear-discriminant-analysis-lda-8b8d0c163e08

3.3.1.2 Aoyiotik ITolwvdpounon (Logistic Regression)

H loyotukn moAwdpounon eivor pio otatiotikny péBodoc mov ypnoylomoteital yuo va
TEPLYPAYEL TNV oYeoN Mog e€aptnrévng Katnyopikng HetofAnTtig He pion 1 TePIOCOTEPES
aveapmteg petofAntéc. Xe avtifeon pe ™ YPOUUK] ToAvdpOunon, 6mov 1 e€aptnuévn
petafintn) eivar covveyng, ot AOYloTIKN moAwdpounon m e&optnuévn petafAnt eivor
katnyopwkn. Otav vmdpyer povo pior ave&aptntn UHETAPANTY, WAGUE Yoo OTAY] AOYIOTIKY|
wolvopounon. Otav  vmbpyovv meplocotepeg omd  pio  oveEhptnteg  petofAntéc,
AVOPEPOLOCTE GTIV TOALUTAY AOYIOTIKY] TOAVOPOUNON.

To povtédo g amAng AoyloTikng moAvdpounong eivot to e&Ng:

eb0+b1xi

pl - 1 + eb0+b1Xi
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To K\hdopa 6to mapardve poviélo ovopdaletat Aoylotikny cuvaptnon (logistic function) ko
umopel va mapet Tipég oto odotnua [0,1].

AoyopBuilovrog v mapamdve oYEoN KAToAyovue 6to e€Ng:

b;
lo( >=b + byx;
gl—pi 0 1Xi

givor 0 Aoyoc cvumAnpouatik®v mlavothtev (0dds ratio) kot ekppalet

Di

1-p;

H mocotta

70 mOc0 MOaVS givorl va cupPel To EvOEYOUEVO GE GXECT LLE TO VO UNV GLUPEL.

Mo v ektipnon 1OV TOPOUETPOV TOL HOVIEAOL OTNV TEPIMTO®ON TNG AOYIOTIKNG
TOAVOPOUNoNG Ypnotponoteitar n uébodog péytomg mibavoedvelog (maximum likehood
method). Ot ektunoelc Tov Tapapétpov by kol by €lval aVTEC TOL UEYIGTOTOOVV TNV
ocvovaptnon mwhovopdvelag. Otv mopduetpol ovtol  ovopdlovior eKTIUNTEG  UEYLOTNG
mBavoeavelag (maximum likelihood estimators) kot a@od &yovue EKTIUNOEL OVTEC TIG
TAPOUETPOVG, O EKTIUNTNG HEYIOTNS TBavOAvELNS TG TBovOTTOG Emttuyiog divetan amd ™
oyéon (Mmnepoiung et al., 2021):

eb0+b1xi

D = T+ obothint
2t unyovikn pédnon n péBodog avtn ypnoiponoteitol kuping oe mpofAnpora tavounong
o6mov M e€apmmuévn petafAnt) etvon dltyun, onAadn €xel dvo mbavd amoteléouato (7).
emttvyio/amotuyio 1 var/oyl). Ady® TG amAloTNTog, TNG EPUNVEVGIUOTNTOS KOl ATOSOTIKOTNTAS
™me, €tvar por SMUOPIANG €MAOYN Yo TETOOV €100VG TPOPANUATE. LTV YOVIOLOUATIKNY N
AOYIOTIKN TOAVOpOUNoN Umopel va ypnotporombet yio Tov TpocdlopiGo TV Yovidimv Tov

oyetilovto e CLYKEKPIUEVEG acBEveLes.

Linear Regression Logistic Regression

Predicted Y lies within

Predicted Y can exceed 0and 1range

0 and 1range

2ynua 3.6. Linear Regression VS Logistic Regression Graph
Avoxtifnke and: https://towardsdatascience.com/introduction-to-logistic-regression-66248243c148

3.3.1.3 Aévtpa amopdcewv (Decision Trees)

Ta dévipa amopdocmv eivor évag alydplOpog unyovikig nabnong mov ypnoylonoteitol
ovyvé Yo mpoPAnuoto  TaEvounong, OoAAG kot AMydtepo ouyxvd Yoo TpoPAnuota
moAMvopounons. Ovoudlovtar €161 KaOdg HEC® ot TG TEXVIKNG Onuovpyeital €va

devdpoedég povtého tafwvounonc. Ov  eocotepwkoi  koOpPor  (nodes) tov  dévipov
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AVTITPOCMOTEVOVV Uio, «OOKIU» OTO YOPOKTNPLOTIKA EVOG GLVOLOL dedouévav, ot KAGOOL
(branches) avtitpoc®nedovy TOVE KAVOVES ATOPACNC, ONANON TO OTOTELEGLLA TG SOKIUNG, KO
k@b kouPog eorov (leaf node) avtimpoownevet to TpoPrenouevo anotéheoua. Ot dS1OPOUES
(paths) givai o1 kavoveg ta&vounong Kot ekteivovtot and ™ pila Tov dEVIPOL TPOG Ta. PVAAQL.
Ynrdpyet o kOpPog amdeacns Kot o kKOUPog @uALoL. Ot KOUPOl amdPAcTG YPTCLLOTOLOVVTOL
Yo TN ANYN OMOCONTOTE AMOPACTG Kol £Y0VV TOAAATAEG OOKAAODCELS, VM Ol KOUPot
QOAM®V givar 1 ££000¢ QVTAOV TOV ATOPAGEMY KoL OV TEPIEYOVV TEPULTEP® OLAKANUIMGELS. Ot
ATOQAGCELG 1| O EAEYXOG TPAYLOTOTOOVLVTOL PE PAON TO YOPOKTNPIOTIKA TOV GUYKEKPIUEVOL
ouvorov dedopévaov. Tlpdkettar yoo pio YpoQEIKn ovomopdotoon yuo. T ANYn OA®V ToOV
TOavov Acewv evoc mpoPfAnuatog pe PBdomn dedouéveg ocuvinkes. ‘Eva dévipo amdpaong
umopet va mepiéyet gite Katnyopkd, ite apOuntikd dedopéva.
AvaeépOnikav 1Mom Kdmotot 0pot yOpw amd To OEVIPO. OMOPACEMV KOl GT) GLVEXELL
opilovtal o avaAvTIKE KAToleg PacIKES EVVOLEG:
- KopPog piCog (Root Node): H apyn tov dévipov amopdoemv. ATod avtdv Tov koufo o
mAnBvoudg danpeitor cOHLEMOVA Le SLAPOPA YAPUKTIPLOTIKA.
- Kopupog eoAlwv i Teppotikoi koppor (Leaf Node/ End Nodes): O tedikdg kopupog
e€odov. [Tépav avtdv T0 66vOpo dev pmopel va Sl ®pLoTEl TEPAUTEP®.
- Awyopwopde (Splitting): H dwdikacio didomaong (dtaywpiopov) tov  koufov
anoeaong N pilag og VTOKOUPOVG CLUPOVO LLE TIG OEOOUEVEG GLVOTKEG.
- KAddog/umodévtpo (Branch/Sub Tree): To 6évtpo mov oynuotiletar omd ) didomacn
TOV OEVTPOV.
- KMéadepa (Pruning): H dwadikacio apaipeong avembountov kOppov amd to dévtpo.
Mo vo amopacicovpe 10 KOADTEPO YOPOKTINPIOTIKO Y10 SLOYOPIGUO YPNGLOTOIOVVTOL
Olapopeg TEYVIKEG EMAOYNG yopaktnplotik®v (Attribute selection measure, ASM). Avo
dnuogireic texvikéc ASM eivon to Information Gain kou o Agiktng Gini (Gini Index). To
Information Gain petpdel TG0 £va yOPOUKTNPIOTIKO HELOVEL TNV TVYXOTNTA (1] EVTpOTiR) TNV
TpOPAEYN TG LETAPANTAG-0TOYOV. TO YOPAKTNPIGTIKO TOL EXEL OG ATOTEAEGLLOL T LEYOADTEPT
peiowon g apePordtroc, EMALYETOL Y10, TOV SXWPIOUO T®V 0edOUEVOV og Evay Koupo. O
Agixtng Gini a&ohoyel v akaBapcio (impurity) evoc cuvorov dedopévov oe aryopiBovg
OéVIpV omdPaoNs. XT0 TAAIGI0 €VOG 0EVTPOL amodPacns, Bonbd 6Tov TPOGIOPIGUS NG
To10TNTOG MG S1AeTOoNG, OEIOAOYMVTOS TNV OHOIOYEVELN TOV KAAGEWV £VTOG KAOE opddog
HETA TN dtdomacT Kot 1) Ty Tov kvpaiveron petald 0 kot 1. 'Eva yapoktnpiotikod pe younio
Agixtn Gini Bo Tpémetl va mpoTipdton 6€ cOYKpLon pe £va e VYMAS delkt).
Ocov agopd to KAadepa (pruning), mov ovagépOnke Kot mTopourave, gival N dodikacio
Sy papng TV TEPITTOV KOUP®V ammd T0 3EVIPO, TPOKELUEVOD VO, TAPOLLLE TO PEATIOTO OEVTPO
andéeaons. 'Eva peydro 0évipo amodpaong avédvel Tov Kivouvo VIEPTPOCUPLOYNG, EVA £val

piKpd SEVIPO PTOPEL VO UMV KATOPEPVEL VAL KOTAYPAWEL OAL TOL CNUAVTIKG YOPAKTNPIOTIKA.
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YUVETMG, TO KAAOENO EIVOL ATOPOITNTO MOTE VO NV HELOVETAL 1] aKpifeta, 0ALL Vo LEWOVETOL
EMOPKAOG TO PEYEOOC TOL OEVTPOL Kot VO EAVETOL 1] TPOPAETTIKT TOL IKAVOTNTO, LEUDVOVTOG
™V vIEPTPOGapLOYN. Mmopet va Eekivhoet gite amd v pilo, &ite amd Ta OALQ

Ta dévtpa amopdoewv Eexwpilovv yio TV pUNVELGIUOTNTA TOVG, KOONDS TO LOVTEALD TTOV
TPOKVTTEL UTOPEL VAL OTTTIKOTOINOEL KOt VoL Yivel KoTovonTo. XTa LEIOVEKTHILATO TOV dEVIPOV
amo@doemv eivat 0Tl To TOALA eTinEdQ TO KOOIGTOVV GE KATOIEC TEPIMTMGELS TOAVTAOKO KOl
ovyvé cvvavtatar o TPOPANua vrepmpocsapupoyne (JavatPoint, y.x.). Ta Tvyaio Adon
(Random Forests), mov 0o avapepfovv Kot 6T GUVEYELL, GLUYKEVIPOVOLY TOALUTAG dEvTpol
amOQOoNG, LETPLALOVTAG TNV VIEPTPOGOPLOYN Kol BEATIOVOVTOS TNV aKpifela TpoPreyng.

Decision Node _———)Root Node

Tt TECEEN!

| Sub-Tree
|

Decision Node

|
v v

Decision Node

| |
v v

_— e — — — — —

Leaf Node Leaf Node Leaf Node Decision Node
N e e L L L . _ __ |
Leaf Node Leaf Node

Zynua 3.7. Decision Tree Algorithm in Machine Learning
AvaktiOnke and: https://www.javatpoint.com/machine-learning-decision-tree-classification-algorithm

3.3.1.4 Tvyaio 6acog (Random Forest)

To tuyaio 6dc0g eivar &vag cuyva ¥PNOIUOTOIOVUEVOS aAYOPIOLOG UNYOVIKNG HLadnomng.
Xpnowonoteitar 6e wpoPAnpate tagvounong Kot moiwvopounons. A&lonotel €va cHvoro
TOALOTAGV  OEVTP®V amoOeacng Y. TN Onmovpyio mpoPiéyewv 1 taivouncewv. H
OMUOTIKOTNTA ALTOV TOL AAYOPIOUOV OPEIAETOL GTNV KAVOTNTA TOL Vo, XEPILETON TOADTAOKA
GUVOAQ OEOUEVAV KOl VA LLELOVEL TOV Kivouvo veprpocappoyns. Eivar evéliktog kon pmopet
va xeplotel TOG0 cuveyY], OG0 Kol KATNYOPIKA dedopuéva. Xpnoiponotel ) pddnorn cuvorov
(ensemble learning), n omoio aoteAel pio TEXVIKN TOL GLVOVALEL TOAALOVG TOEIVOUNTES Y10, TNV
TapoyN AMGEWV 6€ TOAVTAOKA TPOPATLLATA.

H wopro dtapopd peta&d tov 9EVTpov amopacemy Kot Tov Tuyaiov dacovg eival OtL o
kaBopiopdg Tov KOpPv pifag Kot o dtouympiopdg tov kKOpPmv yivetar Tuyaio 6to TelgvTaio.
Xpnowomoteitonr  péBodog bagging yw ) dnpovpyia g amortodpevng tpopfreync. H
OLYKEKPIULEVN EBOOOG TEPIAAPAVEL TN YPTOT OLAPOPETIKAOV OELYUATOV dEGOUEVDV (OEOOUEVQL
exmoaidevong), kot Oyt uoévo €va detypo. Ta dévipa amopace®mV TOPAYOLV OUPOPETIKES

e€0dovg, avdroyo pe To dedopéva EKTOIOELONG OV TPOPOJOTOVVTOL GTOV 0AYOpIBpo. Ot
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¢€0d01 KaTaTdocovTal Kat 1 VYNAOTEPN emthéyetan g tehkn £€odog (Mbaabu, 2020). Onmg
Exel MO avapepbel, Evag tétotoc adyopBuog Pacileton oe d1dpopa OEVTIPA ATOPAGEMY Ko
KGbe dévtpo amoteleitarl amd koOpPovg andeoaong (decision nodes), koppovg evAAwv (leaf
nodes) kot évav koppo piCag (root node). O kéuPoc POAAOL eivor M TEMKT €£000C TTOL
TAPAYETOL OTTO TO GUYKEKPIUEVO OEVTPO. AT’ TNV TAELOYN QL0 TV OEVTIPOV ATOPOCTG OVTAEITOL

N TEAMKT] ££000G TOVE KOl TEMKA TPOKVITEL 1 TEAIKT] ££000¢ TOV adlyopifpov.

| DATASET

_____________

PREDICTION PREDICTION PREDICTION
I

‘ MAJORITY VOTE TAKEN | >

FINAL PREDICTION MADE ‘

2ynuo 3.8. Simple Random Forest Classifier
AvaxtOnke and: https://medium.com/@mrmaster907/introduction-random-forest-classification-by-example-
6983d95c7h91

3.3.1.5 Mnyavn dtavouopdtov vrootmpiéng (Support Vector Machine, SVM)

H pébodog SVM ypnowomoleiton o¢g epyodreio yuoo mpoPAnpate to&vopumons kot
TOAMVOPOUNONG, AV Kot ypnotponoteital kKuping wg epyolreio ta&vounong (GeeksforGeeks,
2023b). Bonbdet 6t pHey1oTomoino e TpoyVmOTIKNAG aKpiBELNS, EVED GLYYPOVMG 00N YEL 6TV
amoPuyn g veepmpooapuoyng (overfitting) ota dedouéva.

Amotelel Evav Ypoppko oAl Kot pn Ypoppuko alyopifuo taSivounong kot o KOplog 6todyog
™mg elvar 1 gdpeon evog PEATIOTOVL Slo®PLoTIKOV opiov, dMAadY] €VOG VLIEPEMUTEIOV
(hyperplane) og évo moAvdidotato ymPo, T omoio umopel va daywpicel ta dedouéva 6e
SpopeTikéG KAAGELS e ToV HEYIoTO dvvatd Tpomo. To vrepeninedo emALyetal £T61 OCTE va.
peylotonoteitan 1o mep@plo, to omoio givar 1 amdotaon HETAED TOV TANGLEGTEP®Y CNUEIDV
TV 0edopuévav KaBe KAdong kot tov vrepemumédov. To Pértioro vrepeninedo ovoudleTon
vrepeninedo péylotov gvpovg (Maximum margin hyperplane). H didotaon tov vrepemimédon
eCaptdror amd Tov aplud tov yapaktnploTik®y. TeAkdg otdyoc sivan 0tav e16éA0L Eva vEO
onueio dedopévav, va uropet va ta&tvoundel cootd pe 660 10 dvvotdv vymAdtepn akpipeta,
ot owot) kAdon. Ta onueio tov dedopévev mov elval TANGIECTEPA GTO VTEPEMINTESO
ovopalovton dtavoouata vrootHpENg (Support vectors) kat ivar owtd mov to opilovv.

Ynrdpyovv dvo kOpieg katnyopieg SVM:

- I'pappki} SVM (Linear SVM)
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Edv éva ouvoho dedopévav pumopei va ta&tvoundet oe d0o KAAGELS Le TN ¥pNon Hiog

uoévo evbeioc, tOTE TA ddopEVaL OVTA OVOUALOVTOL YPOUUIKA Oloy®PIcILo Kot

YPNOUOTOIEITOL O YPAUKOG Tatvountig SVM.

Mn ypappwkn SVM (Non- Linear SVM)

Edv éva ouvoro dedopévov dev pmopel va taivounOei pe ) ypnon piog evbeiog, ta

dedopéva etvar pun ypop

UIKA Otoywpioto Kot TOTE 0 TASIVOUNTIE TOL YPTCULOTOLEITOL

ovopaletor un ypoppukoc tasvounte SVM.

XV nepinton mov EXOvUE

UN YPOUUKE Sloypioto SESOUEV Y10 TNV EQAPLLOYT TOV UN|

ypopukod taéwvounty SVM ypnowonoteiton 1o té€yvacuo tov woprvo (kernel trick). Xe

TETOLEG TEPUTTAOGELS Y10 VO TPOCTAONCOVHE VO UETATPEYOVUE TOV YDOPO YOUUNAOTEPNG

dloTaonG 0€ £va YOPO VYNAOTEPNS dLdoTACNG, BOl YPNCIUOTOMGOVLE KATOEG GLUVOPTHOELS

nov Ba pog emtpéyouy va Bpodue Eva 6plo amdeacng mov Ba yopilel To onueia dedopéEvay.

Avtég o1 ovvaptioelg ovopdlovtal cvuvaptioelg mopnva (kernel functions) kot to motog

nopnvag Ba ypnoponombet, kabopiletar amd 10 €100g TOL GLVOLOL JESOUEVOV Kol Omd TOV

GLVTOVIGUO TV vrepmapopéTpav. Eivor onuoavtikd va yivelt cwotr| emthoyn Kabmg 1 amddoon

0V povtédov g&aptdrar and avtriyv (Saini, 2023). Evpémg ¥pnotonotodueves GUVOPTHGELS

mopnva glval ot ENG:

[MoAvovopkdc rupnvag (Polynomial Kernel)

I'pappikog moprvag (Linear Kernel)

Srypoedng mopnvag (Sigmoid Kernel)

[Mupnvog aktiveotg Paocng (Radial Basis Function (RBF) Kernel)

@A Maximum
Margin Positive
Hyperplane
Maximum .:'\ ‘/ * ¢
Margin n > T L 2R
Hyperplane * L A

Support

Negative Hyperplane Vectors

0

2ynuo 3.9. Support Vector Machine (SVM)

Avoxtinke and: https://www.analyticsvidhya.com/blog/2021/10/support-vector-machinessvm-a-complete-guide-for-

beginners/

3.3.1.6 K-tAinoiéotepor yeitoveg (K-Nearest Neighbors, KNN)

O ahyépiBpog tov K-minciéotepov yeitova eivar €vag adydpiBuog mov ypnoylomoteitol

Kupiog oe mpoPAnuata taSvopnong. XvAAéyel oedopéva amd €vo GOVOAO OE0OUEVOV
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eKTaidEVONG Kot YPNGIUOTOLEL AVTE TaL SEOOUEVA TPOKELUEVOL VO, KAVEL TPOPAEWYELS Yo VEQ

dedopéva. Avtd 1o emttvyydvel Paci{OUEVOS GTIV OUOOTNTO TOV XOPUKTNPLOTIKOV. EAEYyEL

1660 mapopoto givar £va onueio dedopuévov (data point) pe to yerrovikd tov kot taEivouet to

onueio avtd oty Katnyopio pe v omoia pordlel mepiocdtepo. Eivor pio un mapopetpikn

péBodoc mov onuaivel 0Tl dev KAvel VITOBECELS Yo TO GVVOAO TV deSOUEVOV KOl QVTO TNV

KaO1oTd 11aiTEPA XPNOUUN Y10 TOALES EQAPLOYEG GE TPOYUOTIKA OEGOUEVOL.

O 1poTOC Acttovpyiog Tov GLYKEKPIUEVOL aAyopiBuov umopel va @avel amd To TOPUKAT®

pnpoto
1. Opilovpe ™V opywk Tl vy v mopapetpo K. Xovpboc kobopiletor péow

TEPALATIOUOD 1 HECH OOGTOVPOVIEVNG EMKVpONG Ko e€apTtdrtol omd T0 GHVOLO
JedOUEVMV KOl T LGN TOV TPOPANLATOC.

YnoAoyiletar n oamdotacn peta&h tov véou onueiov Twv dedopévev Kot kabe onueiov
OV GLVOAOL TV dedopévav ekmaidevons. To mo cuvnBiocuévo pétpo andotacng eivar
n Euvkleideia andotaon. [Hopakdto Ba avapepBolpe ekteTopéva 6TIG AMTOGTAGELS,
KaOdg ennpedlovv onuavtikd v omddoom tov alyopifuov.

Metd tov vmoAoyiopd TV amootdce®mv Kot Bacel avt®v, mpoodtopilovioar ot K
TANGLEGTEPOL YEiTOVEG TOV VEOL onueiov. [a epyaoieg Tavounong, n KAdon yo To
véo onpeio dedopévev kabopiletor pe v yneoeopia misioyneiog (majority voting)
kot opiletar ®g m mpoPremduevn KAdomn Yoo to véo onueio. H Swdwaocio

emavorapfBaveral yio va yivouv mpoBAEYELS Yo OAa ToL onUEiaL.

H évvowr mg amdctaong onmg eidope mailer onpoviikd poOAO GTNV OTOTEAECUOTIKY|

Aertovpyio TOL GLYKEKPLUEVOL aAyOp1OLov. YTApYouV TOAAN HETPO AMOCTAGEWDY KOl TO

O EVPEMG (PN CLUOTOLOVUEVO dTVOVTOL 6TV GLVEXELD LETAED dVO TOPATNPTCEDV

X; = (xl-l,xiz, ...,xl-p) Kot Xj = (le,ij, "'!xjp):

Evkieidero andootaon
H andotaon petald dvo onueiov givor 1o pKog Tov eBVYPAUIOV TUNIATOS TOV TO.
ovvdéel. H ouykekpipévn givon n mo cvvnbiopévn petpikn andotacn Kot epapuoleton

o€ OL0VOGLLOTOL TTPOALY LOTIKMV TILADV.

p

dij = d(x;, %) = Z(xir — %)’

r=1

Amoctacn Mahalanobis
Amotedel emékToom NG €VKAEIdENG amOoTAONG KOu €lvan dloitepa ypnoun yu

oLOYETILOUEVA YOPAKTNPLOTIKA. KOOMDS AapPavel VITOWYIV TIC GLVOLUKVLUAVGELS.

di; = d(xi,xj) = \/(xi — xj)TZ‘l(xi — xj)
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Omov X elvat 0 detypoTikodg Tivokag SIKOUOVOTG — GUVOLIKVIOVGNG TOV OVTIGTOUKEL
610 000 JLVOCUATO.
- Amobctacn Manhattan
Atvel Tepinmov 1010 amoteléopata e TNV EVKAEIDEN AmTOGTOOT). TNV TEPITTMOT OU®S
TOV VILAPYOLV OKpaiec mapatnpnoelg (outliers), umopel va odnynoet o€ mo avOekTiKd

amoteAéopato kabmg Toug divel pukpdTepo Papoc.

P
d;; = d(xi’xj) = leir - xjrl
r=1

- Amoctacn Minkowski
To cvykekpiévo pétpo amdotaong yevikevetl v Evkieidela andotaon (A=1) kot mv
andéotoon Manhattan (A=2).
P a
di; = d(x;, x;) = Z|xir — x|
r=1
- Amoéctacn Chebyshev (amdéotaocn max)
Mmopei va Oswpnbei eldikr mepintwon g andotoong Minkowski kat ypnoyomorei
uévo 1t peyakvtepn omd Tic anokAioels. Baoestl avtig dvo mapatnpnoelg Bewpovvrot
OTL gtvar SLopopeTIKEG GV €0V PEYALES O10.p0PEG O o TOLAGYIGTOV HETAPANTY.

dij = d(xi:xj) = maxr:l,z,..,plxir - xjrl

Q N o Wy

A

\ Category B \ Category B

Mew data point New data point
K-NN assigned to
Category 1

Category A > Category A )

Sy 3.10. K-Nearest Neighbor (KNN) Algorithm for Machine Learning
AvaktiOnke and: https://www.javatpoint.com/k-nearest-neighbor-algorithm-for-machine-learning

3.3.1.7 Extreme Gradient Boosting (XGBoost)

O alyopBuog Extreme Gradient Boosting (XGBoost) gival évag amd Toug mo dSnUoPIAEiC
Kol EDPEWG YPNOLUOTOIOVUEVOLG OAYOPTIOOVE GTN UNYOVIKT] LABN oY), AOY® TS IKOVATNTAS TOV
va xelpiletan peydia cuvora dedopévmv, oAl Kot va emTuyydvel VYNAEG emdocels. Eivar éva

eVEMKTO gpyoreio mov ypnowomoteitor kKupimg yo epyacieg taSvounone. AmoteAel pia
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eméktaomn Tov adyopidpov Gradient Boosting, Beltidvovtog Tov Ko tpochitoviag opiopéva
YOPOKTNPLOTIKA.

Booileton otnv évvota g evioyvong (boosting), n omoio cuvévdlel TpoPAriyelc moALATAGDY
JEVIPOV aOPACTG Y10l VO ONULOVPYNGEL £val 1oYLPO Kot aKpIPES LovTéLD TPOPAEYNS. EeKtvael
pe éva apykd SEVIPO amdPaoNg Kol To PEATIOVEL cLuVEX®S £vTOTILOVTOS Kot avaféTovTog
vynAdtepa Papn oe onueion 0E00UEVEOV TOV TO HOVTEAD OLGKOAEVETOL Vo TPOPAEYEL UE
axpipeta. X1 ovvéyeld, KataoKevalovTol To ETOUEVA OEVTPO Y10 TNV AVIILETMOTIOT OVTOV TV
OVCKOA®MV TEPIMTOCEWV, PEATIOVOVTOS ETOVOANTTIKA TNV amddoor Tov poviélov. [ v
ATTOPVYT TG VIEPTPOGAPLOYNG KOt Y10, SIUGPAALGT) TNG YEVIKELGNG EVOMUOUTMVEL KO TEYVIKES
Kavovikonoinong. TeAikd, cuvdvdletl TiG TPOPAEYEIC OAMV TOV ETUEPOVS OEVOPMOV Y10 VO,
TPOKOYEL £va 16YVPO Kot eEapeTikd akpiPEg Lovtéro TpoPAeEYTS.

[N va dtaceariost v akpifeta Kot vo eVioyOGEL T1 SLVOTOTNTA YEVIKELONG TOV HOVTELOV,
evoouaToOvel pio oglpd amd TeQVIKEG Kol yopoktnplotikd. Ommg Mon  avagépbnke,
EVOOUATMOVEL TEYVIKEG KAVOVIKOTOINGNG Y10 TOV LETPLOGHUO TOV KIVOUV®OV VIEPTPOGUPLOYNG.
Eniong, éva amd 1o Pacikd yopaktnpioTikd Tov €ival 0 AmOTEAECUATIKOC YEPIGUOG TOV
eaetmovodv tinmv (Missing values), éva cuvnOiopuévo pawvopevo oe Tpaypotika dedouévo. H
EMOVOANTITIKY] S101KOGTI0L LAONONG TOL EMITPETEL VAL GLALOUPAVEL ATOTEAEGLATIKA TTOAVTAOKAL
potifa dedopévov, pe amotéAespa TV VYNAN axpifeia TpoPreync. AVTA TO YOPOKTNPLOTIKA
70 K0O16TOOV pio eEPETIKN EMAOYT Y10 EVOL EVPV PAGHLO EPAPLOYDV UNYOVIKNG LEONnong mov
KOLLOLVOVTOL atO TOL YPNUATOOIKOVOULKE £mG Kot TNV EEATOUIKEVUEVT] 1OTPIKT).

Data Set: (X, Y)

Fi(X) E(X)

Tree 1 Tree 2

//7\ i

) O

o —

N

N

{

A

)
Compute K"”WU‘B!H Compute /Ccmwﬂanz Compute Compute ;  Compute  Compute o,

Residuals Residuals Residuals Residuals
(r1) (r2) (ri) (rm)

l l l }
I

Fp(X) = Fn1(X) + aphm (X, rma),
where v;, and r; are the regularization parameters and residuals computed with the it tree respectfully, and h;
is a function that is trained to predict residuals, r; using X for the i'" wee. To compute a; we use the residuals
m

computed, 7; and compute the following: arg min = XL(Y,, Fo (X)) + ahi(X;, 7 1)) where

=1
L(Y, F(X)) is a differentiable loss function

Zynue 3.11. How XGBoost works
Avoxtifnke and: https://docs.aws.amazon.com/sagemaker/latest/dg/xgboost-HowltWorks.html

3.3.2 Teyvikég TMaiwdpounong — EmPrenduevn udOnon (Regression Methods-
Supervised learning)

H avdivon molwvdpounong eivar pio otatiotikn péBodog mov ypnoIUonolEiTol yio T

povtelomoinon g oyéon petald piog e€aptnuévng petaPinte-otoxog (dependent, response
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variable) mov cvpuPoArileton pe Y pe Paon pio | mepiocdtepec aveEdpmres UeTaPANTES
(independent, input variable) mov cvpporiCovtar pe X. Atookomnei péco amod T poviehomoinon
oTNV KOTOVONGON TOV oYE0E®V HETAED TOV LETAPANTOV Kol 6T ONovpyia TpoPAdyemy.
"Eva mapddetypo epappoyng g ivor n tpdPAeyn tov TpOTOL pE ToV 0moio 0 dyKog Vg
acBevovg pe kapkivo Ba avtomokpldel o £vo GUYKEKPIUEVO OVTIKOPKIVIKO APLOKO, LE fdom
TN YEVETIKN GVGTOGT TOV OYKOV.
Kamoteg amd T1c mo yvmotéc texVIKEg TaAvopounone mov Ba avaivbodv otnv cuvéyela
etvau:
- Ipoappuxn Modwvdpounon (Linear Regression)
- Ioamvopdunon LASSO (LASSO Regression)
- TloAwdpdéunon Ridge (Ridge Regression)
- oAwvdpounon pe toyaio déon (Random Forest Regression)
- Holwvdpounon pe dévrpa amodgacnc (Decision Tree Regression)
- TMoahvdpounon pe Gradient Boosting

3.3.2.1 I'poppuxn Maiwdpoéunon (Linear Regression)

H ypoppikn mtoaivopdunon eivar pio OgpeMdong Kot 0pEms YPMNCIULOTOLOVUEVT) GTATICTIKN
TEYVIKT TOL EQOPUOLETAL GUYVE GTN UNYOVIKT HAONoN Kol ETIOIMKEL VO LLOVTELOTOWCEL TN
oxéon HeTaED €vOg cuvOlov aveEdptntov peTaPAnTdv Ko piag cvveyobsg egaptnuévng
petafintig. Atakpivetor 6e oA YPOUMKY TOAMVOPOUNCT| Kol TOAAATAY, avAAoyo LE TO
TA00g TV aveEdptntov LeETaPANTOV. XNV Tepintmon mov pia eEaptnuévn HeTafAntn dev
e€aptator povo omd pio aveEdptntn, oAAG amd TOAAES, TOTE LWAGLE Y10, TOALOTAT YPOLUUIKT
nolwvdpounon (multiple linear regression), n omoio amotelel ELEKTAGT TG ATANG YPOLLUIKNG
naAvopounong (simple linear regression). Evd oty amAf ypopuiky TaAvopounon otdyog
givon va eEetdoovpe ™ oxéon petold g e€apnuévne (Y) petafAntig pe v aveEaptntn (X)
peTafAnTr, 6TV TOALUTAY TaALVOPOUNOT 6TOYOG elvar va BpoliLe T oxEomn TG EEAPTNUEVNG
(Y) ko v p ave&apmmrov petapintov (X1,Xo,. .., Xp).

To povtédo ™G amAng YPOUIKNG TOAVOPOUNoNG Etvat:

Y =by+ b X+e¢
Ev®d to povtého ™ moAAAmANG YPOUUIKNG TOAVOpOUN oG Elvat:
Y =by+ b X1+ b X+ +b,X, +¢

210(0G OTNV TEPIMTOON NG AMANG YPOLMKNG ToAvopdunong sivan va Ppedel n fELTio
evbeio TAAVOPOUNONG, EVO GTNV TOALATAN YPOLUIKY TOAVOPOUNGT EVOLUPEPOLAGTE Y10 TO
BérTioTo enimedo maAvopounong. [a va emttevyBel ki tétoto yperdletor va fpebovv ot Tiuég
TOV GLVTEAESTOV. XpNoIHomolove tnv nébodo ehayiotmv tetpaydvov (least square method)
ocOuemva pe v omoia 1 gvbeio (M To eminedo) mov mpocapudletar KaAHLTEPA 6T, dESOUEVA,

glvol auT OV EAOYIOTOTOLEL TO AOPOICHO TOV TETPAYOV®V TOV OTOKMoE®V (KoTtahoitmv,
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residuals) ¢;. Zvvenmg, N e€icmon mov npénel vo, eElayiotonombel oty amAr ToAvdopounon,

EMEKTOACT TNG OTOL0G AMOTEAEL 1] TOAAATIAT YPOLLLUKT TOAVOPOUNON, Elvar 1 €ENG:

Zn: el = Zn:[yl' — (bo + byx;)]?
i=1

i+1
Ot kTN TPLEG EMUYIOTOV TETPAYDOVAOV Y10 TIG TOPAUETPOVS Do, b1 TG gvBeiag divovtar and

TOVG TOTTOVG!

n
- nYiixy— Qi) v) -1 )
by = ) bo n yi—b
i=1

nYis x? — (U, x:)?

H evbeio y = by + by x kakeitan gvubeia eElayioTmV TETPAYDVOV.

I
3=

n
X
—

L

Ocov apopd TNV epuUNVEiD TOV EKTIUNTPLOV EAAYICTOV TETpAY®V®V otnV eicmon y =
by + byx, n T} g eoptnuévng ekTiuiTpLag by TG TAPOpETPOV by TAPIGTAVEL T TWH TNG
gfaptuévng Y, otav X {on pe 1o 0. O cvvigheothg SievBuvong by exepalet T petofor Te
eCapmmuévng Y, otav 1o X petafinbdet katd 1 povada (Kovtpag, Evayyehdpag, 2016).

H ypappikny modwvdpoéunon eivor dlaitepo €DKOAN GTNV KOTAVONOT Kol TNV €punveia
KoO1oTOVTOG TNV EE0IPETIKN EMAOYN Y10 TNV ENEENYNON KOl SIEPELVNON TOV GYEGEMV UETAED
petafAntav. Opms, Yo T GOoTH EPAPLLOYT TNG TPETEL VA LGYVOVV KAToleg Bacikég VTOOEGELS,
aropaitnteg yio aSdmota amoteAéopato. Apyxikd, pio amd avtéc eivar o6t mpovmobitet
YPOUUIKT OxE0T HETOED TV avedptntov Kt eEaptnuévev petapfintov. Exiong, vrobétel 6Tt
T opaipato  (Katddouta) eivor  aveaptmro  Kor  €govv  otabepn  dlakvpAvon
(opookedaotikdOTNTo. cQUApdTOV). EmmAéov, vmobétel v KovovIKOTNTA TOV COOAUATOV.
Téhog, otV TepinTon NG MOAAUTANG YPOUUIKNG ToAvdpoOUnong, emnpedletor amd v
omopén moAvovyypakotntog (multicollinearity). e avty v mepintwon, ot ave&dptnreg
HETOPANTEG TTOL YPNCHOTOLOVUE EUPAVILOVY HEYOAN GLGYETION UETAED TOVC, LE OTTOTEAEGLLOL
vo unv eivar €0koho va mpocdopiotel M emidpaon kdOe petafintig oty egoptnrévn
petafAnT.

2ynue 3.12. Simple Linear Regression vs Multiple Linear Regression
Avaxtifnke ard: https://medium.com/swih/linear-regression-9ca9f7801e81
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3.3.2.2 TTahvdpounon LASSO (LASSO Regression)

H naAwdpounon LASSO (Least Absolute Shrinkage and Selection Operator), cuvavtdrtot
ot Piphoypagio ko wg L1 regularization, givan pio péBodoc avarvong molvopdunong mov
YPNOOTOIEITOL Yio Vo BEATIDGEL TV oKpiPfela TPOPAEYNS KOL TNV EPUNVELGILOTNTO TOV
HOVTEA®V ToAvdpounong. Odnyel oe mo amdd povtého pe AMyotepeg MOPOUETPOVS Kot
EVOEIKVLTOL GE TTEPITTMGELS TOL YPELALETOL VO YIVEL ETIAOYT LETAPANTOV 1| OE TEPUTTOCELS TOV
EUQOVILETOL TO POUVOLEVO TNG TOAVGLYYPOUIKOTNTOG G LOVTEAN. MEGQ amd TN GLYKEKPIUEVN
1EB0S0 UITOPOVLLE VO EVTOTICOVE TO OTLLOVTIKOTEPA YOPOKTNPLOTIKA, ONAAOT OVTH TOL EYOVV
LEYOADTEPO QVTIKTLTTO GTN UETAPANTH omdKpilong, amokieioviag doa £xovv UIKPO 1 KaBOAov
avtiktumo. Avtd emitvuyydvetoar tpocBétovrag vav 6po mowng (L1) mov Bter opiopévoug
OLVTEAECTEG {G0VG e TO UNOEV, OPUIPADOVTIOS OVGLOGTIKA OVTE TO. XOPOKTNPIOTIKA OO TO
povtéro. Ieprhapfavel emiong ) ypnon wiog mapapétpov lambda (L), n omoio kaBamg
av&avetal 00nyel 6 cLPPIKVOGT TEPIGGOTEP®V GLVTEAEGTAOV.

[T avorvtikd, Eekvet e TO TUTIKO LOVTELO YPOUUIKTG TOALVOPOUNOTG Kot E1GAYEL Evay
npocBeto Opo mowng, pe Pdon Tig andAvteg THEG TV cvviedestdv. O O6pog L1 givan to
afpoiopa TOV AMOAVTOV TYLOV TOV GUVIEAEGTMOV, TOAAUTANGLOGUEVO WE TNV TOPAUETPO
lambda (L) mov omotelel TV TOPAUETPO Kovovikomoinong. Me v mpocHhkn Tov
oLYKEKPIUEVOL Opov Kavovikoroinomg (L1) n modwdpounon LASSO pmopel va cuppikvidoet
TOVG GUVTEAEGTES TTPOG TO UNOEV. ZVVETMS, LETAPANTES LLE UNOEVIKOVG GUVTEAEGTEG OVGLAGTIKA
aeopohvtal omd TO HOVIEAO, KOOIGTOVTIOG TN YPNOUN YO TEPWMTMOOCELS EMAOYNG
yopokmpotikov. H emdoyn g mopapétpov A eivar {otikng onupaociog, xabog ovt
«puOuilery 1o amotéhespo TG Kavovikomoinons. O otdyog, Aowmdv, TV TOAVOPOUNGONS
LASSO &ivar va Bpebovv ot TIHEG TV GUVIEAECTMV TOV EANYIGTOTOLOVV TO AOPOIGHA TOV
TETPAYOVIKAOV O0POPDOV UETOED TOV TPOPAETOUEVAOV KOL TOV TPOYUOTIKOV TIUDV, EVO
TAPAAANAQ ELOYLIGTOTOLOVV Kol TOV Opo Kovovikoroinong L1.

H cuvdptnon mov npénet va ehaytotomomBet elvan n e€ng:

2
n

p
Z yi—zxijﬁj +2 ) |Bj]
=1

i=1 j
nuewwvetor 6Tt 1 LASSO elvar povo €vag TOmOg TEXVIKNG KAvVOVIKOToinong, kabmg
VILAPYOLV Kot AAAEC TapaAlayég OTmg 1 molvdpounon Ridge (L2) mov meprypdpetar 6€ GAAN
vroevotnta kot to Elastic Net (Kumar, 2023).
3.3.2.3 TTahvdpounom kopveoypouuns (Ridge Regression)

H maAvdpounon kopveoypapung, onwg kot 1 Holwvopdunon Lasso, sivor pio teyvikn mov

YPNOUOTOIEITOL Y10l OVAALGT OEOOUEVOV TOALATANG TOAVOPOUNONG, OTOV EUQOVICETOL TO
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eowopevo g molvovyypapukdmrag (multicollinearity), onAadr Otav kdmoleg amd TIg
aveEdptntec HetafAnTéc mapovstalovy VYNAEC GUCYETIGELS.

Mo va peiwbet n wolvovyypoukodtnto o Enpene vo e&oupebovv pia 1 TEPIGOOTEPES
aveapmteg petaPfAntég, xdtt to omoio dev eivar mavia dSvvatd. H maAwdpdunon
KOPLQOYPOUUUNG EMTPETEL LEPOANTTIKOVG EKTIUNTEG EXELON M LEPOANYIN TOVG EVaL TOAD HIKPTY
Kol €Tol Olvouv OoKkpPIPECTEPEC EKTIUNGES YO TIG TOPOUETPOLS TOL HOVIEAOL Kol Ol
TpoPAeTOUEVEG TYES EIVOL TTIO KOVTA OTIG TPOYLOTIKES.

Avoeépetar kot og pEBodog kKavovikomoinong L2. Eckivdet pe to Tumikd LovTELO YPOUUIKNAG
TOAVOPOUNoNG Kal el6ayet évav 0po mowng (L2) pe Bdon tovg cvvieleotés. O 0pog movig
elval 10 4OPOIGHO TOV TETPAYOVIKOV TIUMV TMOV GLUVIEAEGTOV, TOALATANGIOGUEVO LE L0l
noapapetpo lambda (L), yvoom g napdpetpog kavovikoroinong. H mapdpetpog avtr eAéyyet
TO OGO TNG GLPPIKVAOGCNS TOV £PAPUOLETAL GTOVG GUVTEAEGTEG Kol KATA cuvEneln kKabopilet
10 péyebog g kavovikomoinong oto poviého. Kabawg 10 A avEdveror, mepiocdtepol
GLVTEAEGTEG GUPPLKVAOVOVTOL TPOG TO UNOEV, AALA oTtdvia YivovTol akpidg undév. Zuvemmg,
péca amd TN CLYKEKPWEVT TEYVIKN O0&v UmOpel va yivel €TAOYN TOV TO GMUOVIIKOV
peTafAnTav.

H ovvéptnon mov npénet va elayiotomombel elvar ) e€ne:

2
n

p
Z J’i—zxijﬁj + 1 ﬁjz
=

i=1 j

YUven®mg, Umopel va XEPIOTEL OMOTEAEGUOTIKO TNV TOAVGLYYPOLUKOTNTO KOl Vo
ovumepAAPel OAeC TIC LETAPANTEG GTO HOVTELD, OIVOVTAG LUKPOTEPOVG GLVTEAECTES, TO OO0
umopel va lval ETEEAES av OAEG 01 LETAPANTEG evOEXOUEVMG BewpoivTatl onUavTIKES. AvTo
OU®G TNV KAVEL TOPEAANAQ OVGKOAT GTNV EPUNVELGILOTNTA KABMG LN BETOVTOC CLUVTEAESTEG
axppdg oto PUndév, dvoyepaiveror | epunveio TG oCNUAGIOG TOV EMUEPOVS TPOPAENTIKOV
TOPAYOVIOV Kol EVOEYOUEVDS v TepAapuPdvovtor Aydtepo onUovTikEG UETOPANTEG,
00MNYDOVTOG GE TEPITTMG TEPITAOKA LLOVTEAQ.

Kafadc n maivdpounon kopvgoypappng kot n toiwvopopnon LASSO popalovrat opketd
Kowd otoryeia a&ilel va avaeepBodv Kot kamoleg facikég dtapopés . Onwg Exer oN avapepbel
oV vroevoTTa avaivong g maAvdpounong LASSO pmopel va ekteléost avtopat
EMA0YT] LETAPANTOV BETOVTAG OPIOUEVOVS GUVTEAEGTEG GTO UNOEV KOl OVGLUGTIKG LPOLPDVTOG
TPOYVAOGTIKOVS Ttapdyovtes amd To povtédo. H moivdpouncon kopu@oypapng ond tnv dAin
mAevpd ombvia ovoyKalet Tovg ocuvvtedeotég va givol akppog pundév. Emumdéov n
naAvopounon Ridge ypnowonotel kavovikonoinon L2 mpocOétoviog to dbpoiopo tmv
TETPOYOVIKAOV GUVIEAECTOV OTNV oLVAPTNoN amdAglag, evd 1 LASSO ypnopomoret

kavovikonoinon L1 tpocBétovtag to d0poioia Tov amdlvTmv TV TOV cuVTEAESTMV. TELOG,

®¢ TPog TNV axpifeio TPOPAEYNS N TAAVIPOUNOT KOPLPOYPAUUNG Oivel cuyva peyadTEPT
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TPOTEPAOTNTA EVaVTL TG EpunvevciudTtag eved 1 LASSO mopéyetl mo epunvedoio LoviEia
ue k0otog TV mhavn Buoia kamowag TpoPrentikng woyvog (Jain, 2023).

L

B,

_OLS estimate

Ridge
estimate ™K

2ynue 3.13. Geometric Interpretation of Ridge Regression
AvaktOnke and: https://online.stat.psu.edu/stat857/node/155/

3.3.2.4 TTahvdpounon pe dévipo andeaong (Decision Tree Regression)

H moAwopounon pe dévipa amopdoemv eivar évag aiyopiBuog punyavikng pdnong mov
YPNOWOTOIEITOL Yoo TNV €MALVON TPOPANUATOV TOAVOPOUNONC. ZNUEIOVETAL OTL GF
TPOTYOVLEVT] DITOEVOTNTO avaPEPONKapE GTA SEVTPO AmOPaoNG WG LEB0do Tavounong.

H Baocwr| doun tov dévipov mapapével n 0w Otmwg Kot otnv ta&tvounon, pe koppfoug
(nodes) mov avVTITPOCHOTELOVLY SOKIUEG OE YOPAUKTNPLOTIKA TOL GLUVOAOVL SEOOUEVMOV Kal
KAGdovg (branches) mov vodelkviovy ToVg KOVOVEG aAmOPAcNS, dNAST TO OTOTELECUO TNG
dokyme. H Pacwkn dwpopd €ykertar otov KOUPovg eOAA®V. Lt dEvTpa mTaAvopoOUNoNS Ot
KOupor @OAA®V Oev OVTITPOCOTEDOVY ETIKETEG KAACE®V, OMMOC OTNV TEPIMTMOON 1TNG
tavounong, aAld mpoPAendueveg Tinég yoo T petafAnm-otdyo. o ) dnuovpyio Tov
pHovtélov, o aAyoplBpog ympilel avadpopKd To GUVOAD OEOUEVOV GE VTTOGUVOAN GE KAOE
KOUPO, EMAEYOVTOS TO YOPOKTNPIOTIKO Kol TNV TN KOTOEAIOL 7oL gAaylotomolel To
GOpocpo TOV TETPAYOVIKOV OPopmdv HETAED TV TPOoPAEMOUEVOV TIUOV Kol TOV
TPOYLOTIKAOV TILOV 6TOYXO0V £vTOg KaOe vrocuvorov. H dadikacio avt cvveyiletatl Eémg 0Tov
wavorom et Eva TpoKaBoploHEVO KPLTNPLo SLOKOTNG, OTTMG Eva LEY1oTO BAB0C dEVTPOL 1 £vag
eAG10TOG aptOUOC oMUEIDV dEQOUEVMDV OVEL GUALO.

Amotelel Wwitepa YPNOWN EMAOYN GE TEPUMITAOCEL; MOV 1 OYECN UETOEL TOV
YOPOKTNPIOTIKAOV €GOS0V KOt TNG HETAPANTIG-0TOY0L givan pn ypoppkn. H maAwvopounon
OEVIP®V OMOPACEMY TAEOVEKTEL V1oL TNV OMAOTNTA, TNV EPUNVEVGILATNTO KO TV IKOVOTNTA
NG VO OMTOTLTTMVEL TOAVTAOKES LT YPOUUKES GYECELS 0Ta dedopéva. H mpoxkvmtovca devipikn
dopn| pumopel va ontikomomBel Kot va yivel katovontr, kabiotdvtog evkoAn v e&niynon tov
wpoPAEYE®V TOV HOVTELOV. 26TOCO, Eival EMioNG EMPPENNG GE VIEPTPOCAPLOYT, WimMG dTavy

70 0&vTpo Yivetar moAD Pabd 1 6Tav T0 GUVOAD dedopévav eivarl BopvPdec. Teyvikég Ommg TO
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KAAOEUD TV OEVTIPMV, 0 TEPLOPIGHAG TOV BAOoVG TV dEvIpwv N 1 ¥p1ioN HEBOI®V GLVOLOV,
OT®G TO TVYai dAGT, HITOPOVV Vo oNONGOVY GTOV UETPLOCUO TNG VITEPTPOGUPLOYNS KOl VOl

BEATIOCOLV TNV EVPWOOTIO TOV LOVTEA®Y TOMVIPOUNONG LE OEVTIPA OTTOPAGEMV.
3.3.2.5 ITahvdpodunon pe toyaio ddon (Random Forest Regression)

H molwvdpounon pe toyaio ddom (Random Forest Regression) eivor évag cvyva
YPNOUOTOIOVUEVOS  OAYOpIOHOg unyavikig pabnong kot Poacileton oty €vvola g
TOAVOPOUNoNG 0évTpov amdeacns. [Ipoceépel apKeTd TAEOVEKTNUOTO GE GYXECT UE TNV
TaAvdpOunon  Sévipmv  amdeacng, otV omoia YIVETOL Oavo@OpPE GTNV TPOTYOVUEVN
VIOEVOTNTA, KVUPIWG OGOV apopd TNV akpifela Kot TOV HETPLACUO TNG VITEPTPOGAPUOYNG.

H ovyxekppévn pnébodog avti va Baciletor oe Eva pdévo dévipo amdPacmng dnuovpyet Eva
oUVOAO JEVTpaV, KaBEva amd Ta 0moio EKTOOEVETAL GE TVYAI0 VITOGHVOLO OEOOUEVAOV KOt EVaL
VYOO VTOGVUVOAD TMOV YUPOKTNPIOTIK®OV. ALT M TuYodTTo CLUPAAAEL oTN pelmon Tov
KIVOUVOL VIEPTPOGOPLOYNG, KaBMG kB EVTPO 6TO dGc0G TaPEYEL TN SIK1 TOL TPOPAEYN KO
N teMkn mpdPreyn etvar cvyvd évag pécog 6pog N €vag GTaBUIGHEVOS GLVOVAGUOGC TOV
LELOVOUEVOV TPOPAEYEDV TOV dEVTIPOV.

To tuyaio ddoog sivon o teyvikn bagging. Ta dévipa ota Tuyaio 6Gom Aettovpyodv
TAPAAANAQ, TPAYLO TTOL CNUOIVEL OTL dEV LITAPYEL OAANAETIOPOCT) LETAED OVTMOV TOV SEVTIPMOV
Kot TN onpovpyia tov dévipwv. H teyvikn bagging odnyei oe kakdtepn amddoon Tov
LOVTEAOL EMEWDN UEWDVEL TN OKOUOVGT TOV, Yopic va avédvel ) pepoAnyio. Evd ot
TPOPAEYELS EVOC PLEPOVOUEVOL dEVOPOD glvar Waitepa gvaicOnteg otov BGpvo Tov cuvdriov
EKTTAIOEVOTNG TOV, 0 HEGOG OPOG TOAADV OEVTIPMV OEV gival, EPOGOV aVTA OV cuoyetTilovTat.

Inuewwveton emiong OTL 6e TPONYOLUEVT] VITOEVOTNTA avOADONKE TO TVYOiO 0AGOC MG
pébodog tagvounong.

S

Test San*_uple Input

Average All Predictions

B

Random Forest
Prediction

Zynue 3.14. Random Forest Sample
Avoxtfnke and: https://towardsdatascience.com/a-quick-and-dirty-guide-to-random-forest-regression-52ca0af157f8
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3.3.2.6. [ToAwvdpounon pe Gradient Boosting

H molwvdpdéunon Gradient Boosting esivor pio teyvikn  pnyovikng udbnong mov
ypnopomoleitoan yoo epyoaciec mpoPreyng ko maAwvopounone. Ipoxertanr yio pio pébodo
uabnong ocvvorov (ensemble technique) mov cuvévalet tig TpoPréyelc TOAATAGY AOHVOUOV
HOVTEA®V, TOV GLVIHOMC ivar SEVTPpa amOPACTG, YO VO ONUIOVPYNGEL £VOL IGYVPO HOVTELOD
mpoPreymc. H Pacikn 10éa eivar 1 ETOVOANTTIKY] EKTOIOELON OOVVOU®V LOVTEA®MY Yo TN
dwpbwon twv ceaApdtev Tovg, PBeATidvovtag otadlakd Ty akpifeia tov poviéhov. H
dwdkacio teppatileton Otav emtevyfel €va GLYKEKPIUEVO KPITHPLO OOKOTNG, OGS 1
enitevén evog mpokabopiopévonr aptBpod JEVIpv 1 OTOV TEPUTEP® ETOVOANYELS OEV
BeAtidvouv onpavtikd v andd0cn ToL LOVTEALOD K. 4.

‘Evo atd ta duvartd onpeio g moAwvdpounong Gradient Boosting sivot 1 ikavotnta g va
cvALopPavel TOAMTAOKEG GYEGELS GTO OESOUEVE KO VO, XEIPILETOL KATNYOPIKA Kot oplOunTikd
dedopéva. Eivar AMydtepo €mppennig oIV VIEPTPOCUPUOYH GE GVYKPION HE GAAOVG
alyopiBuovg. Qot06c0, amoitel TPOGEKTIKT PLOUICT) TOV VIEPTAPUUETPOV KATL TOV UTOPEL VO

etvat vtoroy1oTIKA damavnpo, 11mMG Yo Leydlo cUVOAN SESOUEVMV.

3.3.3. Teyvikég Xvotadomoinong — Mn emPrenodupevn padnon (Clustering -
Unsupervised learning)

H ovotadomoinon 1 opadomoinon (Clustering) eivon évog tomog nebddov pnabnong ympic
enifreyn. Eetaler mdéco Opoleg elvar kdmoleg mapatnpfceEls ®G TPog Evav  aptBud
petafAntav. Xtoxoc g ival va dnpovpyel cuotddes (OUAdES) Amd TAPUTNPTGELS Ol OTTOLES
potdlovv peta&hd tove. Baoikég Evvoleg ot cvoetadonoinon sival 1 omdotaon (distance) kot n
opotdotnta (similarity). Eivot d0o avtifeteg évvoleg pe S1opopetikn epunveia. Avtd onuaivet
OTL Opo1Eg TOPATNPNOELS Oa £X0VV LIKPY| OTOGTAGT. ZVVETMGS, Lol ETTUYNUEVT] EPOPLOYN TOV
TEYVIKAOV NG Ba KaTaAnEel o€ Opddeg OTOL 01 TAPATNPNCELS TOV AVIKOVV GTIG 1016 OUAOES
glvalr 660 mo opowoyeveig yivetor petald tovg kot HETAEd TOV SOPOPETIKOV OUAO®V
dwpépovv 660 mePlocOTEPO Yivetal. H cvatadonoinon amockonel 6ty amokaivyn Kpuemv
dopaV péca o€ £va GOVOAO OEOOUEVAV, AVAKOADTTTOVTOG GYECELS LeTalh onueiwv dedopévev
TOVL UTOPEL va UV giva epeoveic pécm g aming mapatpnong (Mrepoiung et al., 2021).

‘Evoc  evpltepoc kol mO  YEVIKEDUEVOS TPOTMOG KATNYOPLOTOINGNG TMOV  TEYVIK®OV
ovotadomoinong eival o €ENG:

- lepapyucég puébodot (Hierarchical methods)
% Xvoowpevtikég pébodot (Agglomerative methods)
% Aupetikég pébodot (Divisive methods)
- Mn epapycég pébodor (non-hierarchical methods)
Ot teyvikég ovotadomoinong fonbodv oty amokdAvyn potifov, oxEcemV Kot SOUMV Kot

avtd TIG KoOoTA 1010iTEPO YPNOULEG YO EPAPUOYES GE OLAPOPOLS TopElS. Xe dedopéva
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YOVIOI®UOTIKNG, £VOL TAPADELYLA XPNONS TG GLGTASOTOINGNG EIval GE YEVETIKES TOPAAAOYES
(y. SNPS) y1o. tov evtomioud kowvodv potifov kot mibavov cvoyeticemv e acbéveiee. Iakéta
otV Python, 6mwg to HiPart, givot 1diaitepa amodoTIKG 6TV OVIILETOTION TOV TPOKANGEDV
NG GLOTUSOTOINONG OEOOUEVOV VYNANG O1A0TAONG, TAPEXOVTAG L VEQ TPOGEYYIoT GTNV
AVOKAALYT SOUMV HEGH OTO SESOUEVA LLE HEIWUEVO VITOAOYIOTIKO KOoTog (Anagnostou et al.,
2023).

3.3.3.1 Iepapyucéc pébodor

Ot 1epapykég pébodot eivar pion oKoyEvelo TEYVIKOV TOL TapEYOVV Wio EPAPYIKN 1
deVOPOELdN dopN TV OpAd®V. O aptBUdc TV OpAd®V GTIC GLYKEKPIUEVES LeBBdOVE dev givat
YVOOTOG €K TOV TPOTEPMOV. AEITOVPYOVV 1EPAPYIKA LE TNV €vvola OTL YPNCLULOTOOLY KAOE
TapoTNPNoN O¢ pic opdda Kot og kébe Pripa evdvovtal 6 opddEg O TOPATNPNGELS TOV vt
TL0 KOVTAL.

Awakpivovtol og 600 €idn: TIc Zucompevtikég pebddovg (Agglomerative methods) kot tig
Aupetikég pebodovg (Divisive methods). Xtig cuescwpevtikég ot alydpidpot Egkivodv pe n
OUAdES KOl LE OLUOOYIKEG CLYYMVEVCELS KOTOANYOUV GE [l opddo mov mePEyel OAEG TIg
TAPOTNPNOGES TOL GLVOLOL dedopévav. Ot dtapeTikég ektelobv v avtifetn diepyasia,
ONradn Eexvolv amd pio opdda Tov TEPLEXEL OAEG TIC TOPATNPNOELS KOt SLLPOVV T SEGOUEVQL
o€ HKpOTEPOL HeYEBOLS opdoes, Emg GTOV OAES 01 OUAOEG VO TEPLEYOLV LOVO EVOL GTOLYELD.

Ot ovoowpevtikég péBodol pmopel va givar LTOAOYIGTIKA QTOLTNTIKEG, O10C He HEYAA
oUVOAD. OEOOUEVOV, AOY® TNG OVAYKNG EVNUEPMONG KOl OmOoONKELONG TOV TIVAK®V
anootacewv o kdBe Prpo. EmmAéov opddeg mov dnpiovpyodvtal ce apykd Prpato dev
UTOPOLV Vo y®picovy 6Ty cvuvéyeld. Ot StapeTiKéG OUAOES AmATOVY TOAD TEPIGCOTEPOVS
VTOAOYIGHOVS 0O OTL Ol GUCCOPEVTIKEG,.

2115 GLGGMPEVTIKES LEBBSOVG LITAPYOVY SLAPOPES LEBOJOL Y1 TOV TPOTO TOV VITOAOYILETOL
N amOoTUCT TV OUddwV Tov dnovpyRdnkav. Kdémoleg amd tic mo yvowotég etvat ot €ENG:

- Mé£0odog g amh)g ouvvévoeong, YvooeT Kot o MéEBodog Tov mAnciEeTepPov
(xovTivoTepov) yeitova (Single Linkage Method 1 Nearest Neighbor Method)
211 CLYKEKPUEVN TTEPITTMOT), VITOAOYILETOU 1) ATOCTUCT AVALESH GE dVO OUAOES G M
pkpdtepn andctact and o Topatnpnon o€ pio opdda He Kamowo GAAN TopaT)pnon
oe AAAN opdda. H ovuykekpipévn pébodog Exet vymin evoicOncio oe akpaieg TYES Kot
dgv amodidel KAl 6 GLOTAOESG LE OLPOPETIKA LeYEON Kot TUKVOTNTEC.

- Mé00odog T TAMpOVS GUVEVMOTGS, YVOGTY] Kol g M£0060g TOv poKpivoTEPOL
veitova (Complete Linkage Method 1 Furthest Neighbor Method)
H ovykekppévn voroyiletl v andctoon avapeso oe V0 OUAOEG MG TN LEYOADTEPT
andotaon ond pio Tapatnpnon Hiog Opadag e TNV TopatnpnoT Hiog GAANG Opadags.
Anpovpyet peydreg Kot copmayeic opdoeg aALd amoTuyydvel vo Eexmpicel TOAD LKpEg

oLUTOyElg OpHAdES.
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- Mé00dog sTafmopévov péomv (Weighted Average Method)
H amdotaon peta&d tov opddmv eitval 0 HEGOG TOV OTOGTAGEWV OAWV TV GTOLXEI®MV
™G piog opadog e ta ototyeia TG AAANC.
- Mé00dog ToVv Kévtpov Bapovg (Centroid Method)
H omdotaon vroroyiletoar oG 1 amdoTOOT TOV KEVIPOV TOV OUAS®V Kol TopAyeL
ovvnBmg cvpmayeic opddec. Opmg pmopel va EPUPUOCTEL LOVO GE TOGOTIKA OEGOUEVOL.
- Mé£00d0og Tov Ward (Ward’s Method)
XopokTnploTikn 1010TNTo. TG GVYKEKPUEVNG HeBOdov eivar OTL glayioTomolel )
drakvpavorn péca oTig opdoeg. Mag emTpENEL Vo SNUIOVPYCOVE GUUTOYEIC OUASES
Kol Vo TPOocolopicovpie o Tt yivetan ota ogdopéva. ABpoilovtag yia Ol Ta ototyEia
piog opddag, moipvovpe o AfpolcHa TOV TETPAY®VIK®OV amokiicewv (Error Sum of
Squares,ESS) ¢ ouddag, To omoio ypnoiponoteitot g HETPO GVVEKTIKOTNTOG TNG. Edv
vrapyovv K opddeg 1ote mpochétovtac ta afpoicpata TV TETPAYOVIKGOV 0TOKMeEDV
v OAeg, TPOKOMTEL TO OGLVOMKO  GOPOIGULO  TETPAYOVIK®OV  OTOKAIGEWV.
Xpnowonoteitat cuyva Kabds dnpovpyel opdoeg e TapoOpoto aptfpd Topatnproemy.
2T1c epapykés uebddovg to amoteAéopata OXETIKA HE TO TANO0C TwV ouddwv mTov
ONUIOVPYOVVTOL UTOPOVV VO TOPOLGLOCTOVV UEGH OmO €VO YPAPNUA, TO OEVOPOYPOLLLOL
(dendrogram) (Mzepoiung et al., 2021).

3.3.3.2 Mn epapykég uébodot

21006 TOV U 1EpopyIKOV peBOdmV gival va oLad0TOMmMGouY T N LOVASES TV dEOOUEVMV
oe k ouddeg, 6mov 1o K givar kaBopiopévo amd v apyn Kot avtd omoTeAEl TEPLOPIGUO TG
OLYKEKPLUEVNC LEBOSOV.

O 1pdmoc mov Aertovpyodv givar eite mwg Oempovv K cuykekpipéva onpueio (untpikd onueia,
seed points) kot yOp® omd avtd ta&ivopovy To LVTOAOITH GTOLYEIN £ OTOV VO SIOUOPPDCOVY
opadeg ite 0TL Egkvolv pe éva apyko dwapepiopd (initial partition) tov onueiov o K opddeg
Kol €MELTO LETAKIVOUV T oTolXElol LETOED TV OUAd®V pHEYPL Vo emtevyfel 0 KoADTEPOG
SLOUEPIOUOG.

Ot un epapyikég néBodol SOLVAEDOVV ETAVOANTTIKG KOl YPNGUYLOTOOVV TNV £VVOld TOL
KEvTpov Papovg (centroid), mov avtioToryel 6TO SIAVLGHO TOV HEGHOV 0V LETAPBAN T YioL OAEG
TIG TOPATNPNGELS TNG opddas. H dapopomoinom twv didpopmv nedddmv éykettar 6to onpeio
Omov yivetol M avovE®OoN TOV KEVIPOV TOV OUAd®V Kot 1 Tavounon Tov VTOAOu®mV
TOPATNPNOE®Y G OLTEG. VVNOWE M ATOGTAGT] TOV ¥PNGLUOTOLEITOL Yo TV KATATAEN T®V
napatnpnoemv eivol 1 Evkieidelo andotacn (Euclidean distance).

O oalyopBpoc K-Means eivar omd Tig mo yvootég HEBOOOVLS UM 1EPUPYIKNG
oLOTAOOTTOIN GG, O OTOI0C AVOADETOL GTT) GLVEXELA.

Mé00d0og K-Means
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[Ipokertor yioo évav adyopiBuo Swapépiong (partitioning algorithm) mov oty ovoia
dwapepilel To moAveninedo mov €xel dnuovpyndel amd tor dedouéva oe TEPLOYES Kol KAOE
neployn avtiototyiletor oe pio opuddo. Xt cvykekpipuévn péBodo eivarl ek TV TPOTEPMV
YVOGTOG 0 aptOpdc TV opad®mv mov Ba TpokHyouv. ZVVETMGS, Y10 AKPPECTEPO ATOTEAEGLOTO
etval cmoto va epopprdletar pe SopopPETIKES EMAOYEC OC TPOS TO TANDOG TOV OHAd®V KOl VoL
YIVETOL GUYKPIOT TOV ATOTEAECUATOV, MOTE VO EMTEVYOEL 1] KAADTEPN duVaTH OHOSOTTOING.
Eivon 1dwitepa ¥pNo10g Y10 TEPUTTAOCEIS TOV OMOLTEITOL OULAOOTOINGT GE HEYOAQ GUVOAQ
dedopévmv kat dev omontel 1d10iteEPO LEYAAN VITOAOYIGTIKY 1GYV.

Ta Pacwucd Pripata g pebddov givar ta e&ENg:

1. KabBopiletar apyikd éva obvoro and K untpikd onueia, ypnoponowwvrac K and ta n
ototyeia mov gtvon draBéotpa.

2. Kortatdooeton kabe éva amd ta evomopeivavo N-K ototyeio oty opddo thg onoiog To
KEVIPO €XEL TN WIKPOTEPN amdoTOo amd to otoryeio. Ymoroyiletar petd and kabe
tonofétnon ovd to kEvpo Pépoug g vEag aAloyéEvig TAEOV OUASOG.

3. Eopbdcov 6ha ta otoryeio Ppiokoviar o opddes, Bewpel Ta dnpovpyndévia kévipa
Bapovg wg untpikd onueio ko ektedel pio tedevtoio ochpwor, tomobetdvtag Kabe
oTolEl0 TV 0ed0UEVOV GTO TANGLEGTEPO UNTPIKO onEio.

O ovykekpévog alyopBuoc e€aptdtot amd T apyka untpikd onpeia, to oroia edv dev
elval ool emieypéva LTOPEL VoL 00NYGOLV GE EVIEAMG OLOPOPETIKY] OLAdOTOINoT Omd T
@uotkn opadomoinon tov dedouévav. EmmAéov, emmpedletor and axpaieg mopotnpnoelg
(outliers) ko pmopel va dnpovpynoeL OUAOES e TOAD SECTOPUEVA GTOLYEIRL. ENUavTikd poOro,
omwg €xet MO avaeepbel, dwdpapatifer kot o Kabopiopds twv cvotddwv. Evag tpdmog
KaBop1oov Tov aptpod TV GLeTAdMY gival pe T ¥pPNon Tov daypdupatog aykovo, (elbow
plot).

3.3.4 Teyvikéc Meiwong odotaong - Mn emPremopevny pabnon (Dimensionality
reduction- Unsupervised learning)

Or teyvikég peimong Odotaong eivol diaitepa ypnolpeg otov Topén TG avaAvong
dedopévev kot v pnyavikng padnong. Ilepihappdvovv 1 petatpomy] TOAVTAOK®V Kol
TOAVIACTAT®V OEO0UEVAOV GE pio O €OYPNOTN KOl EPUNVEVCIUN HopeT|. O TpOTAUpYIKOS
o1dY0¢ €ivar 1 dTpNon 060 TO SLVAUTOV TEPIGCOTEPMV GNUOVTIKOV TANPOPOPLDV, EVD
TAPOAANAG LEIOVETOL O OPlOUOG TOV YOPOUKTNPLOTIKOV G€ €va cUVOAO oedopévav. Ta
dedopéva LYMANG dtdotoong, oNAadn Ta dedopéva e PEYOAO aplOpd YOPOKTNPLOTIKOV 1|
HETOPANTAOV, GLYVA KPOPOLVY TEPITTA YAPAKTNPIOTIKE 0LEAVOVTAG TO VTOAOYIGTIKO KOGTOG Kol
HELOVOVTOG TNV amdO0on TOv HOVTEAOV. Ol GUYKEKPIUEVEG TEYVIKEG OLOTNPDOVIONG TO TLO
OMUOVTIKA GTOLYELD ETLTVYYAVOLV OTAOVGTEVUEVT] AVOTOPAGTAGT] TOL GLVOALOL OESOUEVMV KOl

BEATIOVOLV TNV OTTIKOTOINGN Kot TNV EMITAYLVON TV odyopiBuwv, Bonbovtag mapdAinia
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OTNV OVTIHETOMICN TNG LREPTPOCUPUOYNS. AVTO TIG Kobotd omapaitmto Pruo otnv
npoenelepyacio TV 0E00UEVOV.

Yrdpyovv 000 KOpleg mpooeyyicelg yw TN pelwon g OdoToomg: M EMAOYN
yapaxtpiotikov (feature selection) kot n e€aywyn yopoktnprotikov (feature extraction). H
EMAOYN YOPOKTNPIOTIKOV TEPAAUPAVEL TNV EMAOYN €VOG VTOGLVOAOL TOV OPYIKAOV
YOPOKTNPIGTIKOV TOV EIVOL O GNUOVTIKA Y10L TO GUYKEKPIUEVO TPOPANUA. XTOY0G eivar 1
peiowon g oloTaong eV TAPAAANAC OTNPOVVTOL TO. 7O CNUOVIIKG YOPOKTNPIOTIKAL.
Kdmoleg amd tig pebddovg yro tnv EMA0YN YOAPOKTNPIOTIKOV LE TN GUYKEKPIUEVT] TPOGEYYION
eivon ot Filter Methods, Wrapper Methods kot Embedded Methods. H &&ayoyn
YOPOKTNPIOTIKOV TEPIAAUPAVEL TN ONovpyiot VEOV YOPOKTINPIOTIKOV SLvovalovioc 1
petacynUoTilovtog To apyKd YOPaKTNPIoTIKA. XTOYX0S €ivar 1 dnpovpyia €vOG GLVOLOL
YOPOKTNPIGTIKOV 7OV OTOTLUITAOVEL TNV OLGI0 TOV apYIKOV Oedouévav o €va YmPo
yopunAoTeEPNC dtdotaong. Yrdapyovv dtdpopeg pébodot 6mmg n Avdivorn Kopiov Zvvictoodv
(PCA) ko n Tpoppukn Atayopiotikny Avaivon (LDA) mov éxel avoapepbel o Tponyoduevn
evotra og pébodog ta&vounong K.q.

Bpioketl epappoyn| og £va upy QAGHO TOREMY Kot £XEL amodelyfel avekTipuntn og epyacieg
O®G 1 AVAYVOPIoT EKOVOV, 1 OVIAVOT] YOVISLOKNG EKQPOONG KOl 1) EMEEEPYUCTO PUOIKNG
YAOooos. Ewwotepa pia amd Tic To €upEémG YPMNOUOTOOVUEVEG KOl 1OYVPES TEXVIKES Yo
ueioon dwaotdoemv ivar n Avalvon Koprov Zuvietwodv (Principal Component Analysis,
PCA) nov 0a eppaddvovue oty cvvéyeia (GeeksforGeeks, 2023).

3.3.4.1 Avalvon Kopuwv Zuvietwodv (Principal Component Analysis, PCA)

H Avéivon Kopiwv Zvvictowcov (PCA) eivor pic pébodog mov €yt g otdy0 va
onuovpynocet Evav pkpd aptBpd amd ypouKoHs cuvovacuols (KUPLEG CLUVIGTMOES) TV
APYIK®OV HETOPANTAOV, MOOTE ALTOL O GLVOVACHOTL VA EIVOLl AGVGYETIGTOL HETOED TOLG KoL VO
TEPEYOVY OGO TO JVVATO PEYOADTEPO WEPOG TNG TANPOPOPIOG OV VIAPYEL OTIC CPYIKES
petafintés. Me dAda Adyo, petaoynuatiCer €vo GOVOAO OEOOUEVAOV VYNANG O1AGTACTG GE
YOPO YoUNAOTEPNG O1doTaonS, evd TapdAAnia mpoomabel va dwutnpnoel 66o to dvvotd
HEYOADTEPT] LETAPANTOTNTA TOV OECOUEVOV.

Eivor pia dwodwacio mov ypnoyonotel Evav opfoydvio LETOGYNUATICUO TOV UETOTPETEL
éva. 6GUVOAO GLGYETILOUEVOVY peTaPANTdV og £va chVOLo acvoyétiotmv. Ta ot yo v
EQUPUOYYT NG TEPIAAUPAVOLY TNV TLTOTOINCT) TOV OEOOUEVOV MOTE Vo PNV emnpedleTon 1
avAlvon omd TIC OPOPETIKEG HOVAdES HETPMNONG Kol vo. cupfPdiovv OAeg e&icov otV
avdAvon. Xtn ovvéxewn, meptlapPdvel tov vmoloyiopd Tov mivoko OlOKLUAVeE®V —
GLVOLOKVUAVGEWDY KO TOV DVTOAOYIGUO TOV WOIO0TILAV KOt 1010310VUGUATOV TOV GUYKEKPILEVOL
TVOKO Y100 TOV TPOGOLOPIoUOV TV KOpLov cuvictocov (Jaadi, 2023).

Yrdpyovv o1dpopeg péBodor yio v emhoyn tov PéATiIoTov TANBOLG TV KOHPL®V

cuvictOo®V. Mia pnébodog eivar pe Péoet 10 T0606TO GLVOMKNG SUKVUOVOTG TTOV EENYOVV Ol
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KOPLEG GLVIOTAOCEG. Me TO GUYKEKPYEVO KPLTPLO EMAEYOVUE TOV OPLOUO TOV GLUVIGTOCHV,
€101 ®ote OAeG pall abBpototikd vo e€nyovv HeyaAdtePo T0G0oTd amd £va Oplo mov BEcape Ty
75%. Eva dAlo kpithplo pe kolvtepa anotelécporta givol tov Kpiripio tov Kaiser, copomvo
pe avtd SIHAEYOVUE TOGES GUVICTMGES, OCEG OI0TILEG LEYOAVTEPES TNG HoVAdaG Exovpe. 'Evag
eMMAEOV TPOTOG EMAOYNG givar pe To ypapnua Scree Plot wov amotelel pio ontiky pébodo yio
TOV TPOGOIOPICUO TOV PEATIGTOV aPlOIOD GLVIGTOGMOV, 1| OTOI0 CVOPEPETAL ETIONG KOl MG O
Kkavovag tov aykova (rule of elbow). Zto onueio mov n kaumdAin apyiCet va yivetar opildvtia
KoL 1 TPOGHNKN TEPLGGOTEPMV GLVIGTOGMV dgV TPOcHETEL Waitepo KEPSOG TNV emesnynon
™G OLOKVLOVONG, CNUATOJOTEITOL O BEATIOTOG OPLOLOG CLVIGTOOMV.

original data space

component space

PCA

PC 2
L

et
i

Gene 3

PC1

Gene 2 Gene 1

2ynue 3.15. Principal Component Analysis (PCA) as a dimension-reduction tool
AvaktiOnke and: https://medium.com/@mallrishabh52/principal-components-analysis-7f6ff559cd83

3.3.5 Teyvntd vevpwvikd diktva (Artificial Neural Network,ANN)

Ta vevpovikd diktva (NA) yvootd kot o¢ teyvntd vevpovikd diktva (TNA) €yovv
avaderyBel wg Eva 1oyLVPO KoL EVEMKTO EPYOAEID GTOVS TOUEIS TNG TEYVNTIG VONULOGUVIG Kot
™G UNYOvikng pébnong. Eumvevopéva amd ta veupmvikd diktva Tov ovOpdmTivov £yKe@iiov,
1660 6TV dour OGO KOl GTO OVOLLO, £YOVV GYEONGTEL £TOL MOTE VO ULLOVVTOL TOV TPOTO [LE
TOV 0010 01 BlOA0Y1KOT VEVPAOVES ETKOIV®VOVV Ko emeepyalovtal TANpopopiec.

Ytov moprivar Tovg T TNA amotelodviar amd dlacvvdedeuévove kopuPovg (nodes) 1
vevupmveg (Neurons) tomobetnuévoug oe dtapopa enineda (layers). Avtd ta enineda cuvnOwc
nepthapfavovv éva eninedo ewod6dov (input layer) 6mov ta dedopéva gl6dyovtal 6To diKTvo,
éva N meproocdTepa Kpuea eninedo. (hidden layers) mov amotedovv Ta evdldueco enimedo Kot
éva eninedo €€660v (output layer) mov mapéyet Tnv TpdPAeyn N v ££060 TOL SIKTHOV.

O1 teyvntol vevpmveg oAniemidpovv Kot oynuatilovv cuvayelg (synapses). Kabe koufog
dwfétel kamoleg Eey®PIoTEG TAPAUETPOVG Kol aWTEG €ivan To cvvamtikd Pdapog (Synaptic
weight) kou 1 moAwon (bias). T'evikd ta cvvamtikd Bapn petapfdilovial cuveydc Kot €ite
EVOLVAUOVOLY €lT€ amodvvou®vovy TNV 1ox0 KAOe deopod mov €xer ompovpynbel oto
veupwviko diktvo. BonBobv otov kabopiopod g onpaciog kabe dedopévng LETAPANTAG e TIG

LEYOADTEPES VO GUUPAAAOVY TTO CNUAVTIKA otV ££000. H mOAwon and v GAAn mievpd

43



emnpedlel 10 OGO €VKOAO £VOG VELPAOVAG €VEPYOTOLEITOL KOl GLUPAAEl otV €£000 TOL
KOUPBov.

Deep neural network
Input layer Multiple hidden layers Output layer

2y 3.16. Deep neural network
AvaxtOnke and: https://www.ibm.com/topics/neural-networks

Ynrdpyovv drdpopot tomot TNA kabévag pe v dikn Tov €81k dopun Ko oKomd. X
ocuvéxell o€ CeymploTéG LTOEVOTNTEG OVOADOVIOL Ol 7O GUYVAL YPNOCLUOTOIOVUEVOL.
Avopopikd, ot Tomot mov Ba avalvBodv etvar Ta vevpwvikd diktva TPdGOLag TPOPOdOTNONG
(Feedforward Neural Networks, FNNS), ta cvveAiktikd vevpovikd diktvo (Convolutional
Neural Networks, CNNs) kot ta emavarappavouevo vevpwvika diktvo (Recurrent Neural
Networks, RNNS).

Ta mieovekmpato twv TNA mepilappdvouy v wavotto tovg va pabaivovv kot vo
e&dyovv molvmAoka potifa amd peydAo GOVOAL dEQOUEVE, EMTPETOVTAG TOVS V. AapPdvouy
TOAVTTAOKES OTOPACELS KO VO TPOSapUOlovTol e VEEG TANPOPOpPieC. Xe epyociec OTMG M
avayvVOPIoT TPOTOTTOV VIEPEYOVY GE GYEON HE OGAAOVLG aAyopifuovg, oavtipeTomilovtog
OTOTEAEGLOTIKG TV EYYEVN UM YPOUUIKOTNTA TOV OEO0UEVOV. QGTOCO, 1| TOAVTAOKOTNTO TV
TNA pmopet va amoterécet mpdkAnon KabO®OG cvyvd amorteiton oNUOVTIKOG YPOVOG Kot
TPOGTADELD Y10 TNV OVATTTLEN TOV ATOPAITITOV KOOKO Kot TV aAyopifumv, oALd Kot vynAd
VTOAOYI0TIKO KO0TOC. EmumAéov, pumopet va givon emppenn oe vaepmpocapuoyn. H enitevén
g BEATIOTNG amdO0oN G cLYVA TeEPAapPdvel TN Aemtopepn pLOULOT) SIAPOPOV TAPUUETPOV.
[Mopd T1g TPOKANCELS AVTEG, Ol TEPAGTIEG SVVATOTNTES KOt 1) ELEMEIN TOV VELPOVIKADV SIKTOMV
ovveyiovv va 00MyoOV GTNV EKTETAUEVN YPTOT TOVS GE SLAPOPOLS TOUELS, GLUPAAAOVTOG

ONUOVTIKA oTIC e£eMEELG GTOV TOUEN TNG TEXVITNG VONLOGUVIG KOl ETAVATPOcolopilovtag ta
opla ¢ pnyavikng pabnong (IBM, x.x.).
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3.3.5.1 Nevpavika diktvo tpdcdiog tpopodotnong (Feedforward Neural Networks, FNNS)

Ta vevpovikd diktva pochiag Tpo@oddtnone (FNNS) amotelodv v amAovoTepn LOPPN
VEVPOVIKOD SIKTOOVL Kol TO POGIKO YOPAKTNPIOTIKO TOVG €ivol OTL 1| pON TNG TANPOPOPIaG
petalld Tov emmédmv gival Tavia Tpog pio katevduvon.

Amotelodvton apyikd and évo eninedo €icddov (input layer) mwov déxetan ta dedopéva Kot
ta petoPiPdler oto enduevo eninedo. 1o mMimedo €16000V OV EKTEAOVVTOL VITOAOYICLOL 1)
LETOCYNUOTIGHOL GTO OEOOUEVA KO O OPOUOC TOV VELPOV®OV OVTIGTOLEL GTOV aplOUd TV
YOPOKTNPIGTIKAOV 6T O£dopéva £16000V. LT GUVEKELD 0KOAOVOOVV éva 1] TEPIOCOHTEPA KPLOA
eninedo (hidden layers) mov emefepydloviar kor petooynuotilovv ta dedouéva. Xtol
GLYKEKPIUEVO EMIMEON EKTEAOVVTIOL ECMTEPIKOL LETOCYNUATIOUOL Kot boAoyicpol. Mg v
VIOPEN TOALUTADY KPLO®OV EMTESMV Eva VELPOVIKO dikTvo pmopel va paboaivel akdpa mo
oLVOETA YOPAKTNPIOTIKE TV dedopévmv 106d0v. Kabe eminedo éxel éva ochivolo vevpmvev
TOL GLVOEOVTOL LE TOVG VEVPADVES TOV TPOTYOVUEVOL KOl TOV EMOUEVOD GTPOUATOC. AVTA TOL
enimeda ypnoiporolohv cuvapTNoEL; evepyonoinong (activation functions) yuo va gicaydyovv
U1 YPOUUKOTNTO 6TO O1KTLO, EMTPENOVTOS TOV va pobaivel kot va poviehonotel mo chvOeteg
oyxéoelg petabd e160dmv Kot e£0dwv. H emdoyn twv cuvaptioemy gvepyomoinong eEaptdran
a0 TO CLYKEKPLUEVO TPOPANLa. O aplBudS TOV VELPOV®VY Kol CTPOUATOV 6T KPLOE ENITEdQL
etvar pio omd T1Ig VIEPTAPAUETPOVS TOV UTOPOVV VO pLOUGTOVY KATA T1) SEPKELN GYEOLOGLOV
Kot ekmaidgvong tov diktvov. Télog, o eminedo €£6dov (output layer) moapdyst v Telkn
£€£000. Avdroya pe Tov TOTO TOV TPOPANUATOS SIUHOPPDVETOL O aplOUOG TV veEvpdvev. ['a
TapAdeypa, o€ Eva TPOPANLA SLASIKNG TaSVOUN OGS Ba £xel GLVHBWS LOVO EVa VEVPDOVE, EVD
oe mpofAuata taSvounong moALamA®V KAAGe®V Oa el TOGOVS VEVPHOVES OGES KOt 0 aptBdg
Tov KAMdoewv. To eminedo €£660v dwbétel éva chvoro mopauétpmv (weights, biases) mov
BeAtioTomolohvTol Katd T SLOPKELD TG O10OTKAGTOG EKTOIOELONG Y10 TV EANLOTOTTOIN G (iog
EMAEYUEVNG GLVAPTNONG OMOAEIDV, 1) OOl TOCOTIKOTOEL Tr OPopd HETAED NG
TpoPAremOUEVNS £E600V KOl TOV TPOAYHOTIKGOV TILAOV 6TOY0L. H cuvdptnon evepyonoinong oto
otpodpa €600V emAéyetal e Paon to TpoPANUa Tov avipetoniletal, dStuc@arilovtog Ot ot
TPOoPAEYELS TOV OKTVOV ELOVLYPOUUILOVTOL LE TIG OTALTNGELS TNG CVYKEKPLUEVNG EpYaCiag, EiTE
npoKeLTaL Y10 TASVOUN O, £ite Yo ToAvOpoOUn o, €lTE Yo GAAEG EpYaCTieC.

Ag dovpE O aVOALTIKG KOTOLEG EVVOLEG TTOL YPNCULOTOIOVVTOL GTNV OPYLTEKTOVIKY EVOG
HOVTELOV. TNV TPOPOSOTNGT EVOC VELPMVIKOD OIKTVOV, OTTMG £xel NON avapepBel, onuavtikol
napdueTpol gival 1o ocvvantikd Papog (Synaptic weight) kou n moAwon (bias). Avtég ot
TAPAUETPOL EVOL CLYKEKPIUEVEG Y10 KAOE vevpdva Kot Tailovv KaBoploTikd pOLo 6TV TEAIKN
¢€0d0 Tov Oktvov. Ta PBdpn eAéyyouv TV oYL ™S GVVIECNG HETAED TOV VELPOVAOV GE
StapopeTikd emimeda. Andadn, kabopilovv v emppor| mov £xel pio GVYKEKPIUEVT] €1G0O0G
otV £€£000 €vOg vevpava. Ot TOAMCELS, amd TV AAAN TAgLPd, eEac@aAilovy OTL aKOUN Kot

Otav OAeG 01 £160001 gtvat undeviKég 1] KOVTd 6TO UNdEV, LTOPEL VoL VITAPYEL EVEPYOTOINGT| GTOV
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vevpova. Ot TOPAUETPOL OVTOL EVNUEPDOVOVTOL ETOVOANTTIKA KOTA TN OlUPKELL TNG
EKTOOEVOTG Y10, TV EANYLOTOTTOINGT TNG CLVAPTNONG ATMAELNG. AVTO YiveTan Le aAyopifuovg
Beltiotonoinong, onmg ot Emukhvig kabodog (Gradient Descent), Adam «.é. H dadikacio
avti elvan yvoot og Backpropagation kot amotelel Poaocikd Prpa oty ekmaidevon tng
TPOPOOOTNONG EVOS VELPOVIKOD SIKTVOV.

Mio oaxopo onuovtikn £€vvolo ov avaeépOnke TPONyoLUEVMG Elval 1 GLVAPTNON
evepyomoinong. H ovvdptnon evepyomoinong eivar pio pobnpotikn ovvaptnon mov
epappoletar otnyv €060 £vOg vevpmva. Eiodyst un ypappikdtnta 6To 8iKTuo ETITPEMOVTOS TOV
vo pofaivel kot vo Lovtelomolel o ovvheTeC oyéoelg netald 1600wV Kot E60wV. YTapyouv
TOALEG OLLPOPETIKEG GLVOPTNOELS EVEPYOTTOINGNG TOV LUITOPOVLE VOL PN CLUOTOUCOVLLE GE £Vl
VELPOVIKO O1KTLO TPOGOaG TPOPOdITNONC. Mepikég amd Tig To cuvnOicpuéveg etvat:

- Xaypogwdng (Sigmoid)
Amewcovilel omoladNToTE TN €16000V og pia Tiun peta&y tov 0 kot 1, kabotdvog
TNV KATOAANAN Yo TpofAnpaTe dSvadtkng taStvounons. Xpnolponoteitar Guyva 6to
eninedo €£600V Yo TNV TOPAY®YT TOOVOTHTOV Y10 SVAOIKA OTOTEAEGLOTAL.

- AwpOopivy ypoppiki) sovaption (Rectified Linear Unit, ReLU)
OpiCetar w¢ f(x) = max(0,x), 6mov 10 X givar M €icodoc (input). Eivar daitepa
ONUOPIANG AOY® TNG VTOAOYIGTIKNG TNG GO0 G Kol YPNOOTOlEiTal Kuplwg og
KpLQA emineda.

- YnepPorucni epantopévny (Tanh)
H ovvapton evepyomoinong Tanh givon mapdpowa pe ) orypogdn, aAld anetkovilet
TIHEG 10000V amd -1 €wg 1, mpocpépovtag Eva peyaldtepo €0pog. Xprnoipomoteitot
OLYVA GE KPLOQ EMIMESQ Yo TNV EIGAYMYN LN YPOUUKOTNTOS Kot Umopel va eivat
YPNOUN Yo Epyacieg TaEvounong.

- Softmax
H ovvépmon evepyomoinong Softmax eivor emiong évag TOMOG GlyHOEB0VE
ouvapmnong oAAd eivor ypriown o6tav mpoomabole va yeplotodie TPofAuaTa

TaEWVOUN OGS TOALOTADY KAAGE®V. Xpnotponoteitat o cuyvd 6to eninedo ££650v.
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Inputs Outputs
Hidden Layers

2ynuo 3.17. General Feed-Forward Neural Network (FFNN) structure
AvaktOnke and: http://dx.doi.org/10.2514/1.J060117

3.3.5.2. Eravoiappavopeva vevpovikd diktvo (Recurrent Neural Networks, RNNSs)

Ta erovarappavopeva vevpovikd diktva (RNNS) éxovv oyediactel yio va povielomolobv
amoteleopoTikd Sadoyikd dedopéva i dedopéva ypovooelpds. Avtd mov Ta KAVEL va
Eexopilovv eival M wavdTTO TOVG VO SATNPOVY pio. HOPPY] UvAUNG HECH €vOg Ppdyov
GUVOEDNG EVTOG TOV OIKTVOV, EMTPEMOVTOS TN LETAOOCN TANPOPOPLOV amd TO Eva Prina g
axolovbiog oto emdpevo. Eved ta mopadostokd Pabdid vevpovikd diktva vrobétovv 6Tl ot
eloodol kKot ot €€odot etvar aveEdptmreg peta&h TOove, 6TO EMAVOAAUPOVOUEVO VELPOVIKA
diktva 1 £é£080¢ amd To mponyoveVOo Pripa Tpo@odoteital ®g £16000¢ 6To TPEXOV PriULaL.

H Baocum 10éa g Aettovpyiog toug givor 1 dradoyikn enesepyacio dO0UEVOV IGO0V EVD
TOPAAANAQ SlaTnPpovV piol VAU TV TPOoNYyoLUEVOVY €1600wv. H pvAun avt emtpénel oto
dikTvo Vo AapPavel VoY TPONYOVUEVEG TANPOPOPIES KUTA TNV EMEEEPYOTIn TNG TPEXOVGOG
€16000V. Xvvem®mg, 1M Begpeldomng dapopd Tovg amd To VELPOVIKA dikTva TPOGHNg
TPOPOOATNONG EYKELTOL OTIC EMAVOAUUPOVOUEVEG GUVOEGELS, TOV EMITPEMOLY TN UETAOOOM
TANPOPOPLOV amd To £va Prpa g akoiovbiog oto enduevo. Kdabe Prua otnv axolovbia
avtiotoryel og éva "ypovikd" Prpa oto dikTvo.

[Topdpota pe ta vevpwvikd diktva tpdcehiag Tpo@odoTnong, £xovv va eninedo 1GOS0V TOV
AapPaver ta dedopéva ko to petoPifdler oto emoOuEVO. XTN GLVEXEW VLTAPYEL Eva 1)
TEPLEGOTEPA KPLPA eMimeda ToL ene&epydlovTon Kot petacynuotilovy dtadoyikd ta dedouéval.
To PBacwod yapaktnpiotikd Tv RNNS givar o Bpodyoc avatpopoddtnong Tov ETTPENEL GTO
dikTvo va dtatnpel Kot va ypnoiponotel pion Lopen HVNUNG OTTMG GNUELDVETOL KO TOPUTAV®.
O1 VTOAOYIGHOL KOl LETACYNUATIGHOL EVTOG OVTMOV TOV EMTEOWV EnNpedlovtal TOGO amd TNV
TpEYOVCA 16000 OGO KOl OO TI TANPOPOPIES TOL SLATNPOVVTOL OO TPONYOVLEVA YPOVIKAL
rpoto kot glvarl amobnkevpuéves. Avtd emtpénet 610 dikTvo Vo AopBavel LVIOYT TOV TIC

YPOVIKEG EAPTAOELS KOl VO KAVEL TeKUNPLopéveg mpoPréyels. Télog, mapdyel pio ££0d0 M
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TpoPAeyYn Paon TG TPEXOVOAG €GOS0V Kol TOV TANPOPOPLDOV TOV VIAPYOLY GTNV LVIL.
Ka0e emimedo £xel £vo GHVOLO VEVPOV®V TOV GLVOEOVTAL LLE TOVE VEVPMVEG TOV TPOTYOVLEVOD
Kol ETOUEVOL YPOVIKOD Prinatog. Ot cuVapTHOELS EVEPYOTOINGCTC PN GILOTOIOVVTOL GE OVTA TO.
OTPOLOTO Y10 TV ELCOYWYN U1 YPOUUKOTNTAG 6TO O1KTLO Kot 1 EMA0YN TOVg eEapTdTol amd
TO GLYKEKPLUEVO TPOPANLLO KOt TN VOT) TV SEGOUEVOV.

210 mAaicto twv RNNS ioybovy mapdpoleg £vvoleg yio 1o cuvamtikd Bapog Kot TV TOA®ON)
onm¢ kol otoe FNNS, aAAdd pe opiouéveg tpomomomoets. Ta Papn ehéyyouvv v oy0 TOV
OLVOEGEMV HETAED TMV VELPAOVMV GE SLOPOPETIKA XPOVIKA Pripata Kot 1 TOA®SN dtoc@arilet
OTL évog vevpmvag pumopel va evepyomomBet akdpa kot dtav ot €icodot givat Kovtd 6To pUndév.
H dwapopd éykertan oto 611 o1 TAnpoopiec ota RNNS petapépoviat amd 1o Eva ypovikod frua
0TO €MOUEVO, CLVENMOG T Papn pvbuilovv emiong Kot TV ETPPON TOV TPONYOVUEVOV
EVEPYOTTOMGEWV GTNV TPEXOVCA KATAGTACT Kot To Bépn avtd eivan emavaiapfovouevo.

Kotd 1t odpkelo g Sodikaciog eKTaidevons auTéc ot TOPAIETPOL EVILEPDVOVTOL
EMOVOANTITIKE XPNOLUOTOIOVTOS aAyopiBuovg PedtioTonoinong, 6mmg ot adydpBuot Gradient
Descent 11 Adam, ywo v ghayiotomoinon piog Kabopiopévng cuvapTnong OTOAENS. AV N
dwdkacia, yvoot og Backpropagation Through Time (BPTT), eivon éva kpioyo pripa otnv
eknaidevon Tov RNNS. To BPTT nepihappdvel tov voloyiopd tov khicewv (gradients) yio
KaOe ypovikd Prpa kot T ST TOVS TPOS T TC® PECH TOL YPOVOL, EMTPENOVIAG GTO
diktvo va pabaivet amd To AaBn Tov Kot va TPocapolEt TIC TaPAUETPOVS TOV OVOALOYWC.

H BpayvmpoBeoun pviun arotehel TpoPAnua oto exavolapifavoprevo veupmvikd diktoa.
Yndpyovv dbpopeg maparroyés s apyrtektovikng diktvov Tmv RNNS yio v avipetdmion
aVTOV TV TPoPAnpatmy, Tétolo Tapadeiypata sivar to diktvo Gated Recurrent Unit (GRU)
Kot 7o dikTvo poakpdg Bpayvrpobecunc uwniung (LSTM). Aabétovv evoopotopéva otoygio
nov ovopalovtor moieg (gates) kar umopovv vo, EAEYYOLV TN pon TV TANpoYopiny Mécw
AVTAOV UTOPOLV Vo LaBovV moteg TAnpoopieg mpémet va dratnpnovv Kot Toleg va oyvondovv

o€ pia axolovBio.
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Hidden layer 1 Hidden layer 2

Input layer . Output layer

Zynuo 3.18. The general form of an RNN
Avaxthfnke omd: https://opendatascience.com/understanding-the-mechanism-and-types-of-recurring-neural-networks/

3.3.5.3 Zuveliktikd vevpovika diktva (Convolutional neural networks, CNN)

Ta cvveliktikd vevpwvika diktvo (CNN) givor 1dtaitepa onpavtiké 6to Topén TG OPAoNC
VIOAOYIGTAOV (Computer Vision) mpoo@époviog Eva woyvpd epyalreio yio v enelepyooia
OTTIK®V dedopPEVMV, OTmG ekdves Ko Pivteo. H adénon g moAvmAokodtnTos Kot Tov aptfpov
TV 0ed0UEVOV €16000V amantel PEYOALTEPQ Kol o cvvOeTa vevpovikd diktva. Idimg yia
EPUPLOYEG OTTIKAOV SEGOUEVMV 1 dladtKaGio YiveTal o ToAVTAOKN. TNV avIETOTION AVTO
tov TpoPAnuatog avarapPavovv to CNNS. Xpnoipomotodv pia g1d01kn teyviky mov ovopdletat
ovvéMEN (convolution). O porog evog CNN eivar AapBavovtag pio IKOva Vo, KOTapEPEL Vol
mv @épel oe pio. popen mov elval gukoAdtepn otnv emelepyocio, ywpig va ydcel to
YOPAKTNPLOTIKA TNG.

‘Eva. CNN oamoteAeiton ouvifog amd tpia eminedo: 1o cuveliktikd eninedo (convolutional
layer), éva eminedo cvykévipmong (pooling layer) kot éva TAnpwc cuvdedepévo eninedo (fully
connected layer). Eexkivavtag amd TO GUVEMKIIKO €MIMEdO KOl QTAVOVTIOG OTO TANPMG
ouvoedepévo eminedo n morvmhokdtnta Tov CNN avédveral, emttpémovtag Tov va avaryvopilet
JtadoyKd OA0 Kot LeYOADTEPO TUNLOTO KO OAO KoL T0 GVVOETA YOpOKTNPLOTIKA Hiog EIKOVAG,
HEXPL VO avayVOPIGEL EVa OVTIKEILEVO GTO GVVOLO TOV.

To mpwto eninedo amoterel to Pacikd dopkd otoryeio evoc CNN kot 610 GLYKeEKPIEVO
EMIMESO TPAYUOTOTOLEITOL 1) TAEOVOTNTO TWV VTOAOYIOUDV. Xvvnbog e&dyst Pacucd
YOPOKTNPIOTIKE O opllovTies 1 daydvieg okpég ko 1 €€odog avt) dwuPifaletar oto
endpevo emimedo mov aviyvedel mo ovvheta yoapaxtnpotikd. Oco to OiKTLO TPOY®PAEL
Babbtepa Kot pe TOAALOTMAEG EMOVOANYELS UmOpel vo evtomicel akoOuo, 7o ovvOeTa
yapaxtplotikd. H tedikn é£odog eival yvmot mg xaptng xapakmmpiotikodv (feature map). H
ewova TEMKA €xel petatpanel o aplOunTikég TIHEG divovtag T duvatdHTNTA Yo EPUNVELN Kot

eEaywyn oxetikov potifov. To eninedo cuYKEVTPMOONG LEIDOVEL KUPIMOGS TIG YOPIKES SIOCTAGELS,
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Bonbovtag otV VTOAOYIGTIKY] OOJOTIKOTNTA KOl HEUDVOVTNG TNV VLIEPTPOCUPLOYY|.
SVYKEVIPOVEL TANPOQOPIEG MO TO TPONYOLUEVO OTP®UM, PBondmdviag omn datnpnon Twv
BoCIKOV YOPAKTNPICTIKOV Kol UEIOVOVTOS TOPAAANAC TNV VTOAOYIGTIKY] TOAVLTAOKOTNTAL.
Avtd 10 TETLYOiVEL GLVNOWG pe KAToleg peBddovg, Onwg n Méyiotn Xvykévipwon (Max
Pooling), Méon Zvykévipwon (Average Pooling) x.d. 1o minpwg cvuvdedepévo eminedo
yivetal ) ta&vounon g eKOVag e BAom To YopaKTNPIOTIKA TOL EAYOVTAL GTO TPONYOVLEVA
enineda. ONot o1 €icodot 1 kOuPot amd éva emimedo cuvocovian e kKb povada evepyomoinong
N k6puPo tov enduevoL emmédov. Agv eivat TANPOS cuvdedepéva Ola Ta eMimeda, KOOGS ovTO

0o 0dnyovoe o€ éva TEPITTA TVKVE JTKTLO TOL Bl TAY VITOAOYIGTIKG damavnpo Kat Ba avEave

- Healthy
- Alarm
- Danger

Od [0 - bamaged

TIG OTAMOAELES,

INPUT CONVOLUTION + RELU POOLING CONVOLUTION + RELU POOLING FLATTEN
Aircraft : Structural Condition
i Feature Learning oo o
Sensing Input Classification

FULLY
connectep SOFTMAX

Zynua 3.19. Convolutional Neural Network
AvaktiOnke and: https://medium.com/analytics-vidhya/introduction-to-convolutional-neural-network-6942c189a723

3.4 Métpa. aloAdynong LOVTEA®V

H a&oAdynon tov poviélov unyovikig nddnong fonddet oty ektipnomn g anddoong,
NG 0ELOTIOTIOG KO TNG OMOTEAECUOTIKOTNTOG TOVG GTNV EMiALGT TpofAnudTmv. Mog emtpémet
vo. AapBAVOVE TEKUNPLOUEVES OTOPACELS CYETIKA e TNV ovATTLEN Kot BEATiON aVTOV TOV
povtédwv. ‘Exouv avamtuybel didpopa pétpo aEloAdynong yio Tty TOGOTIKOTOINGN NG
amdO00NG TOV HOVTEA®V.

> ovvéxela Ba gpPfabdvovpe ota pétpa aSloAdyNoNg mov YPNGUYLOTOOVVTOL Yol TNV
afloAdynon G amddooNg HOVTEA®V PNYOVIKNG HaBnong, eotidaloviag ©e€  TEYVIKEG

Ta&vOUNoNG, TOAVOPOUNGNS KOl GUGTAOOTOINGTG.
3.4.1 Métpa a&loAdynong texvikdv tavounong

Koatd v a&loldynon tov teyvikdv TaStvopunong 6T Unyaviky Laénon ypnoiomolovvton
oLVNO®G JAPOPaA LETPA Y10 VO LETPTICOVV TNV OTO0CT] KOl TNV OTOTEAEGUATIKOTITO TOV
LOVTEAOV. AKOAOVOOVV OPIGUEVA GUYVE XPTCLLOTOLOVUEVH LETPO OELOAOYNOTG.

- IMivaxag evyyvong (Confusion matrix)
Eivar évog mivaxoag mov oamewovifer v amoddoon &vog aAdyopiBuov taivounong
Tapovclaloviog Tic petpnoelc Tov AAn0hc Oetikmv (True Positives, TP), tov AAnbmg
Apvntikav (True Negatives, TN), tov Yevdng Octikov (False Positives, FP) kot tov
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Yevdmg Apvntikav (False Negative). [Topakdtwm, PAEmovpe TV epunveio GLTOV TOV

EVVOLDV GE £VOL TAPAELY L SVOSIKNC TASIVOUN OGS TTOV £XEL VO KAAGELS, OPVITIKN Kot

Oetucn.
% AMnBog Oetikd (TP): Avaeépetor 6ToOV GUVOAO TOV TEPTTOGEDYV OTOV TO
HOVTELO TTPOEPAEYE G BETIKEG Kot TOV TPAY LTt OETIKES.

& AnBoc Apvntikd (TN): Avagépetat 6Tov 6GOVOAO TOV TEPTTOCEMY OOV TO
HOVTELO TTPOEPAEYE MG OPVNTIKEG KoL TOV TPAYLOTL APV TIKES.

% Wevddg Oetikd (FP): Avapépetar 6Tov 6GOVOAO TOV TEPMTOGEDY OTOV TO
LOVTELO TTPOEPAEYE (G BETIKEG AALG NTOV APV TUKEG.

@ Wevdwc Apvntikd (FN): Avagépetar 6tov 6hHVOLO TV TEPITTOCEDY OTOL TO

LOVTELO TTPOEPAEYE G OPYNTIKES OAAG Ty BETIKES.

Predicted
Negative (N) Positive (P)
- +
Negative True Negative (TN) False Positive (FP)
- Type | Error
Actual
Positi ()
ositive False Negative (FN) True Positive (TP)
+ Type Il Error

2ynue 3.20. Binary Classification Problem (2x2 matrix)
AvaktiOnke and: https://medium.com/analytics-vidhya/what-is-a-confusion-matrix-d1cOf8feda5

OpOotnta (Accuracy)
Metpd 10 TOGOGTO TOV GMOTA TASIVOUNUEVOV TEPIMTOCEDV ENL TOL GLVOAOL TMOV
TEPUITAOGED®V GTO GUVOAO TAOV OOOUEVMV. XUVVETMG TOGOTIKOTOLEL TN GLVOAIKN
opBOTNTA TOV HOVTEAOVL.

AptBuod cwotwv mpoflePewv

A =
ceuracy Zuvolikog aplBuos mpofAépewv

Ye éva mpofAnua dvadikng taSvounons, Ommg €ldaue TOPATOVEO, UTOPEL Vo
VTOAOYIOTEL péoa amd ToV Tivaka cVYyvoNg og e&Ng:
TP+TN

TN+TP+FP+FN
YymAotepn Ty VTOINAMDVEL OTL TO LOVTEAO GUVOAKE KAVEL TIO0 COGTEG TPOPAEYELS.

Accuracy =

Mmnopel va givor mapamAovnTikn o Un 160pPOTNUEVE GUVOAN OEOOUEVAV, Y10, QVTO
etvat onuavtikd vo epunveveTol 6€ GLVOLAGHO Pe GAA PHETPA aELOAOYTONG.
Avaxinen (Recall)

Metpd 10 1060016 TV aANODC OeTIKOV €l TOL GLVOAOL TOV TPOUYUOTIKOV OETIKMOV

TEPUTTAOGEDV.
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TP

TP+ FN
Amotelel pia voeldn g avoOTnTOG TOV HOVTEAOL VO GLAAAPEL OAL T TPOLYLOTIKEL

Recall =

Oetikd amoteléopHaTe 6TO GUVOAO OEJOUEVOV. YYNAEG TUEC LTOJEIKVOOLV KOAO
EVIOTIOUO TOV OETIKOV TEPUTTAOGE®V.
Axkpipewa (Precision)
Metpdiel To T0606TO TV 0ANOMOG OeTIKOV TPOPAEYE®V EML OAOV TOV TEPUTTOCEMY TOV
wpoPAETOVTOL WG OETIKEC.
TP
TP+ FP
Atver pio €vogiEn g akpifelog Tov povtéAov oty TpoPreyn BETIKOV TEPMTOGEMV.

Precision =

Yyniéc tipég vmodeikvoovy 6Tt T0 HOVTEAD KAvel KOAN TpOPAeyrn Oetikmv
TEPMTOGEMV Kol AYOTEPES WELOMG BETIKES TPOPAEWELS.

EvawsOneia (Sensitivity)

H evaicOnoio 1 adiiog True Positive Rate (TPR), givarl n mbavotnto cwotig 0eTikng

TPOPAEYNC £l OA®V TOV TPAYUATIKOV OETIKOV TEPUTTAOCEWDV.
TP

TP+ FN
H gvaicOnoia pnopet va vmodei&etl av o poviélo kata@eépvetl va katoypdyet Oho Ta

Sensitivity =

TpaypaTikd OeTikd anoteAéopata 6to cOvoro dedopévav. Tavtiletar pe v évvola
™G aVAKANOMG.
Ewdwoétnta (Specificity)
Metpd 10 1060610 TV AANODS apvNTIK®OV TPOPAEYEDV €L OAWV TOV TPOYLUTIKOV
APVNTIKOV TPOPAEYEDV.

TN

TN + FP
YymAn tiu onpoiver 0t to HovtEAo €ivol KOAO GTOV EVIOMIGUO TOV TEPIGGOTEP®V

Specificity =

OPVNTIKOV TEPUTTOGEDV.

F-Score

Yvvavtdton kot og F-measure 1 F1 score kot amotedel Tov appovikd PHEGO 0po NG
akpifelag Kot g avaKAnong, 0mov LYNAOTEPES TIUEG TOV LITOINAMVOLY KOAVTEPN
ooppomio LeTAlD avToOV.

Precision X Recall
F1 = 2

Precision + Recall
Mia vynAn PaBporoyio F1 vrodeikviel 6Tt to poviého mapéyel 1060 vynAn akpipela
0G0 KOl VYNAN OVAKANGT), ETITVYXEVOVTOG KOAT GUVOAIKY GtOd0CT| GTOV EVIOTIGUO

OETIKOV TEPIMTOGEWV, EAAYIGTOTOLOVTOS TAPUAANAL TOL WELODS BETUKA KOl TO YEVONDS
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apvntikd. Kvpaivetar and 0 €éwg 1, 6mov to 1 givar 1 kakdtepn dvvatn Tyun (téela
axpipela kot ovakinon).

- Kapmoin ROC (Receiver Operating Characteristic curve)
Amotelel pia ypoaeikn mopdotacn, n onoio ameikovilel v evaicOnocio Evavtt g
nocottog (1-ewdwomta), aAlwg FPR. Ztov katakopvepo d&ovo avamapictatol M
evacOnoia evdd otov opilovtio n mocdtTa (1-e101KOTNTA) Yo SAPOPES TIES TNG
S ®PLOTIKNG TIUNG C. MeyioTomoinon ¢ evocnciog avtiotolyel oe pio peydan tiun
OTOV KATOKOPVQO AEOVA, EVOD LEYIGTOTOINGT TNG EOIKOTNTAS OVTIOTOLYEL GE LIKPN TIUN
otov opovtio G&ova. Xvvemmg, OGO To KOVIQ PPIGKETOL 1 KOUUTOAN OTNV TOVEO
OPLOTEPT] YOVIO TOL O10YPALLATOG TOGO KAADTEPN lvat 1] amdd06T TOL HOVTEAOL. ALTO
dev elvar amapaitnto KabdS 6e KATOEG TEPIMTMOGELS Umopel var lvat o CNUAVTIKO 1
peylotonoinon g evotonciog amd 41t g eWKOTTOG. TNV TTEPImT®ON avt Oa
TPENEL VO, SOV UE TNV eMdve de&1d Ywvia.
[No v gdpeon tov BEATIOTOL ONEEIOL AMOKOTNG C UEYICTOTOOVUE TV oKOAoLON
ovvaptnon mov givar yvmot og Agiktng tov Youden.

h(c) = evawoOnoia + eduoTnTa — 1

H neproyn kdro omd v koumrvin ROC (Area Under the Curve, AUC) propei va mapet

omotadnmote Tiun peta&d 0 ko 1 kot tocotikomotel TV aglomiotioo Tov HOVTELOV.

ROC curves different
7/ models

Perfect classifier

True positive rate
05

05 1
False positive rate

2ynua 3.21. The ROC space for a "better” and "worse" classifier
AvaxtOnke and: https://medium.com/@data.science.enthusiast/auc-roc-curve-ae9180eaf4f7

3.4.2 Métpa a&loAdynong TexvVIKaV TaAvdpoOUNnong

Koatd v o&loldynon g amoTEAECUATIKOTNTOS TOV  HOVIEA®V TOAVOPOUNGNG,
YPNOUOTOLOVVTOL dLApopa. LETPa aElOAGYNONG Y10 TOV TPOGAOPICUO TS aKpifelog Kot Tng
amod0oMg Toug otnVv TPoPAeyn. Ta mo yvwotd pétpa a&loldynong avaAdoVToL TNV GUVEYELD.

- Méoo anorvto cpalpa (Mean Absolute Error, MAE)
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To péoco amdAvto cedipa givar 0 HEGOS Opoc TV ATOAVTOV SPOPHOV UETAED TV
TPOPAETOUEVOV TILOV KOl TOV Tpaypatikav. Oco younidtepn T moipvetl, 1660
KaAVTEPN M TpoPAenTiKn a&iot TOV LOVTELOVL.

O 1O10¢ Y100 TOV VTOAOYIoUO TOV givar 0 EENG:
MAE ! il Vil
ey ’ Yi— Vi

=

Méoo teTpaymviko cpaipa (Mean Squared Error, MSE)

To MSE &ivat 0 p€cog 6po¢ TV TETPAYOVIK®V dapopdV LETAED TV TPOoPAETOUEV®DY
TILOV KOl TOV TPAYHOTIKOV TIHdV. Oco pikpotepo to MSE, 1660 mo axpiBég eivat o
novtéro. Qotdoo, eivar evaicOnto oe axpaieg Tég (outliers) ocvvenmg 1 Vapén Tovg
EVOEYOUEVMG VAL SLOOTPERADVEL TNV aE10AGYNOT TG GLVOAKT OTOS00NG TOV LOVTEAOVL.

O 1mog Yo Tov Voo ToL givar o €ENG:
1% .,
MSE = = (=9
i=1

PiCa péoov teTpaywvikov cpaiparog (Root Mean Squared Error, RMSE)
To RMSE givar 1 pifo omd 10 péco tetpaymvikd oeiiua (MSE). Avtd mov to
dwpopomotel eivar M epunvevouodTTe TOV KAODS popdletor v idw povada
HETPNONG LE TN UETOPANTH OmOKPIONG, EMTPEMOVTAS Lol o dtoucOnTikn Katavonon
g axpifelag TpoPAeync.
O tomog Yo Tov vtoroyiopd elvar o €ENg:
RMSE = VMSE
YovredeoTig mpocdiopiopnov R? (Coefficient of determination)
O ovvieheotic mpocdiopiopov R? maipver Tipéc petaéd tov 0 kou 1, pe vynAdtepec
TIUEG VO VTOONAMVOLY KOADTEPN TPOGAUPLOYY| TOV HOVTELOL, KaBMG 01 TPOPAEYELS TOV
povtédlov gvBuypappilovion TEPIGGOHTEPO LE TO TPOYUATIKO OESOUEVOL.
, _ SR
SST
SSR (Sum of Squared Residuals): givor to dOpoicpa TV TETPAYOVIKOV S10(pOPDV
petalh TPoPAETOUEVOV KoL TPOYLOTIKOV TILOV.
SST (Total Sum of Squares): eivat To GOpoIGLA TOV TETPAYOVIKOV SLOPOPDV HETAED
TPOYLOTIKAOV TILOV KOl TOV LEGOV OPOV TMOV TPOUYUOTIKOV TILDV.
Méoo am6rvTo T0606T6 6@diparos (MAPE)
To péoco amdAVTo TOGOCTO GEAALATOS UETPA TNV TOCOCTIOIN dOPOPE HETOED TMOV
TPOPAETOUEVOV Kot TpayHoTik®V T®V. Exppdletor ®g m06ootd, Kabiotmvtag To

evKoAN TV epunveio. XapnAotepes TILES VTOOEIKVVOVV O OKPIPEC LOVTELO.
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n

1 L9,
MAPE = _z Yi—JYi
n Yi

i=1

’ X 100%

3.4.3. Métpa a&loAdynong Te(VIK®V cLGTUOOTOTNONG

Kotd v o&oddynon G omoTELECUATIKOTNTAG TOV TEYVIKOV GLOTOSOTOINONG,

YPNOUOTOLOVVTOL SLAPOPO. LETPA aELOAOYNONG Yo TOV TPOGIIOPIGUO TNG aKPIPELNG Kot TNG

amdO0oNG TOVG OTNV OpadoToiNoT TOV onueimv dedopévemy 6e cvotddec. Bonbovv oty

a&loAdynomn g ToOTNTOS KOl TNG OMOTEAEGHOTIKOTNTOS TOV adyopifuov cuotadomoinong.

Optopéva amd ta o cvvnOiopuéva HETPaA a&loAdynong avaADoVTaL 6T GLVEXEL.

Silhouette Coefficient 1} Silhouette Score

O ovvtereotng Silhouette mocotikomotel ™ cvvoy] oALL Kol TO SOY®PICUO TOV
oLOTAOWV, KOODS TapEYEL TANPOPOPIES Y10 TO TOGO TOPOHOL0 Eivar £var GTOLXELD EVTOC
™G oLGTAdAG TOV (CLUVOYN) OALA Kol 68 CUYKPLON HE GAAAEG GLGTASEG (SLoYWPIoUOG).
[Moipver Téc amd -1 éog +1, 6mov vynAoOTEPES TIWES VITOOMADVOLY KOAVTEPO
L WPIGUEVES GLOTAIES.

Davies-Bouldin Index

O deiktng Davies-Bouldin a&oloyei tov dtoy@piopd kot Tn copmayny doun Tov
OLOTAOWV KOl OTOXEVEL OTNV €VPECT KOAL KAOOPIGUEVOV, SOKPLITAOV GLOTASMV.
XopunAotepes TIES VTTOINADVOVY KOADTEPN OLLAOOTTOINGT), LE KOAG SLoy®PIoUEVES Kol
ovumayeic GLGTAEG.

Dunn Index

O deiktng Dunn ypnoyonoteitat yio Ty a&oAdYNoN TG TOLOTNTOS TOV GLGTAIMY TOV
napdyovtal amd Evov adlyoplOpo GuoTadomoinomg. Toyebel TNV €DPECN GLUTAYMOV
(eAbyiotn SloKOUOVOY] EVIOC TNG GLOTAONG) KOl KOAG SLOYMPICUEVEOV GLGTAS®V
(uéyrotn amootaon petald tov ovotddwv). Me dAlo Adyla, ©TOXOC TOL €ivor M
peyloTonmoinon g eAAyIOTNG amOoTOoNG HETAE) TV GLGTAOWV LE OMOTEAEGLLO VO
etvar KaAd daympiopéveg kot cvpmayeic. YYnAotepes Tipég vmodnAdvouy KaAvTepa
KaBoplopéve Kot S10KPITES GUGTAOEG.

Calinski-Harabasz Index

O d¢iktng Calinski-Harabasz givatl yvootoc Kot o¢ kpttnplo tov Adyov SokOuaveng
(Variance Ratio Criterion). Xpnowomoteitatl yio v a&loAdynon g modmmrog Tov
opdowv. IMocotwkomolel Tov Ad0yo tov afpoicpatog g SKOLUOVOTNG UETOED T®V
OLOTAOWV TTPOG T SLOKVLOVOT EVTOG TV GLGTAO®V, LE GTOYO TNV EVPECT] CLUTAYDV
Kol KOAQ O@piciov cuotddwv. YYniotepes TWEG LTOOMADVOLV KOAVTEPO
KaBOPIoUEVES GVOTADES, CUVETMG KAAVTEPO ATOTEAECILO GLGTAOOTTOINGTG.

Inertia 4 Within-Cluster Sum of Squares (WCSS)
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H oadpdvelo petpd mOGO GUVEKTIKY €0MTEPIKE €ivor ol cvatdda, ONAadn mdGo
dwokopmicpévo etvar tor onueio dedopévev o kdbe opdda. Avtd pabnpatikd
avTIoTOlXEl 6TO GOPOIGHO TOV TETPAYOVIKOV OTOCTAGE®V HETAED TV onueiwv
J€JOUEVMV KOl TOV aVTIGTOLYOL KEVTIPOL PBApovg evidc Hog cVoTAd0S. XOUNAOTEPES
TIWES VTTOONADVOVV TLO GUUTAYNG Kol KOANL KOOOPIGUEVEC GVGTAIES.
Fowlkes-Mallows Index

O odeixktme Fowlkes-Mallows (FMI) ypnowonoteitar yio v a&loldoynon g
OHOOTNTOC METOED TOV OUAOOTOMCE®Y TOV TPOKLITOVV WETA TNV €QOPUOYN
SpopeTIK®V alyopiBumv opadoroinong. O TpodTog Tov GLVHOME ¥PNCILOTOLEITOL Yia
™V a&loAdynon g anddoons evog adyopiBpov opadomoinong eivar vrobétovrag Ot
N 0ebtepn opadomoinon eivar 1 Pacikn ainbeia, OnAadn M térew opadomoino.
Kvpaivetor and 10 0 €mg t0 1, 6OV LYNAOTEPES TYES LTOINADVOLYV UEYOADTEPT

OHOLOTNTO LETOED TMV TPOPAETOUEVOV KOl TPOLYLOTIKMY OLLOOOTOUCEWMV.

56



Kepdiaro 4

BiBAoypoa@ikn avacKOTnon 6€ EQUPUOYES TN UNYOVIKNG udbnong
OTY) YOVIOLOLOTIKT

4.1 Mnyovikn pnéonon Kot YovioumpaTikn

Onwg et MoM avaeepbel, m dvvatdtra avaivons 1o avOpoOTvVeEV 060 Kot U
avOpOTIVOV YOVISIOHATOV AavolEe véoug opiloviec oty KoTavonon Tov avlpomvov
acBevelmv kot g eEEMENG TV e1dmVv. H tayeio e£EMEN o€ TEvOLOYiEG OAANAOVYIONC VYNANG
amdOooNG Kol avaAlvong koD Kot 1 TEPITAOKITNTO OVTNG TNG OVOALGNG 00NYNCE GTNV
TAPUYOYN TEPACTIOV PLOAOYIKAOV KOl KAWVIKOV 0£d0UEVOV. ZVYKEKPIUEVO, GTOV TOUEN TNG
YOVIOIOUOTIKNG 1 paydaio avamTtuén ToV TEYVOAOYIOV Ol0yVOGTIKAG KOl TOV TEYVIKOV
avVAALGNG TOL YOVIOUOUATIKOV VAIKOV €YEL OONYNGEL GTNV TOPAYOYN UEYAA®V OYK®V
dedoUéVMV Kol oty avaykn vy véeg pnebddovg avdivons kot enefepyociog avTOV TGV
dedoUEVMV. L aTO TO oMueio lval TOV 1) EIGEPYETOL 1] UNYOVIKT LAONoN Kot propel vo maiet
KaBoploTikd poro.

H pnyovu pddnom epapuoletor 6A0 Kot mEPIGGOTEPO GTNV OVIAVCT| YOVIOIOULOTIKMV
dedopévev Adym ¢ wavotntdg e vo evtomilel potifa og peydio kot ToOAVTAOKA GOVOAQ
dedopévmv. Exetl katagépet va avoi&el véoug opilovteg oTNV KOTavOnoT TG AELITovpYiag TV
YOVIOIOUATOV KO TV TOAVTAOKOTNT®V oV T TepPdArovy. [ va Katavoncovpe kaAvtepa
TOV OYKO TV 0E00UEVOV UTOPOVLLE VO TAPOVUE MG TAPAdELYLL TO avOpdTivo yovidiopa. Eva
avVTLYpoQO TOoV avOpOTIVOL YOVIOLOUOTOG amoTeAeital amd mepimov 3 dioekotoppdpla Cevyn
Baoewv DNA, to omoio xotavépoviar oe 23 ypopocopoto (National Human Genome
Research Institute, x.x.) Kot avtd 10 KaOIGTA o TPOKANGT Yo TIS TAPASOGLOKEG HEBOSOVE
avdAvong dedopévov. Ot adydpiBpol punyovikng pabnong amd v GAAN UTOpPOLV Vv
aVOADGOLV TEPAOTIEG TOGOTNTES YOVISIMUATIKOV OEOOUEVOV KOl VO EVIOTICOVYV KPLOES
oY£0€1G OALA KO LoTiPo Kot £V TEAEL VAL 0OMYT|GOVV GE VEES AVOKOADYELS. ZVUVETMGS, 1) LYOVIKTY|
péonon £xet T SLVATOTNTA VO LETAUOPPDGEL TNV EPELVA TNG YOVIOIOLOTIKNG KO VL 031 YNGEL
0€ VEEG AVOKOADYELS.

>10 mopdv KeQAAN0, Oo €EETAGOLUE TIG EPOPUOYES TNG MUNYOVIKNG MHabnong ot
YOVIOLOLOTIKT], XPNCUYLOTOLDVTOS TPOCPAUTEG EPYOCIES Kot EPEVVES TOV £YOLV ONUOGtELEl o
Broypapio. Exovv mpaypatoromnfel kot dnpootievtel moAvapifueg epyacieg, dpbpa Kot
€PEVLVEC MOV TAPOLGLALOVY TNV EPAPUOYN TNG UNYAVIKNG HAONOoMG Kot NG 0VAALGNG
OedoUEVOV  GE  OE0OUEVO  YOVIOLWUOTIKNG, KOAOTTOVTOG £vo €upy  @Aacpo  Oepdtov,
ovumepthapfavouévng e oAiniovyiong DNA, ¢ avaivong Yovidlokng EKQOPacmg, TG
duryvoong acBeveldv k.o. Kabe pla and t1g epyacieg mov Ba avapepBohv oty cuvéyeia

AVTITPOCMOTEVEL £VAL CTLOVTIKO PrLLa TPoAS0V GTOV TOUEN TNG EPEVVOS TNG YOVIOLMOTIKNG KoL
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poli Kotadevoouy TIg TePAOTIEG dVVATOTNTES TNG UNYOVIKNG HdOnong Kot g avaAivong
OEOUEVOV YL TNV KATOVOTOT LG YOP® 0td TO YOVISImUA. XTN GUVEXELN OVOADOVTOL QVTEG Ol
gpyaocieg Kot emonpaivovrol ta factkd evpnuata Kot 1 cupPoin Kabe perétg. O cuvovacuog
LUNYOVIKNG HAONoNG Kol YOVISIOUOTIKNG €ival €vag TOAAG VTOGYOUEVOS TOUENS TTOL EXEL TN
dUVaTOTNTO VO QEPEL EMOVACTOCT GTNV VYEIOVOLUKT TEPIOOAYT Kol VO LETOAUOPPADGEL TNV

KOTOVON O™ LOG Y10 TN YEVETIKY Kot TNV avBpdmvn Brodoyia.
4.2 Ta&voéunon tomwv Aevyorpiog pe ypnon KNN

HEekwvavtag, ovolvetor 1 epyacia pe titho «Leukemia Classification Using Machine
Learning and Genomics» twv Vinamra Khoria, Amit Kumar, and Sanjiban Shekhar Roy, 1
omoio OMNUOGIEVTNKE TPAOTN POoPaE NAekTpovika otig 24 lovviov 2022. Xtnv moapovca epyacio
KOTOOEIKVOETAL 1] XPNOUOTNTO Oldpopwv alyopiBuwv pnyovig pddnong pe otoéyxo v
Ta&vounon SleopeTik®v THmwv Asvyoiog pe Paorn ta yovidtopatikd dedopéva (Khoria
Kumar, Shekhar Roy, 2022).

Ot aoBeveig tagvopovviot facel 30O VTOTHTOV AeVYoTOG: TNV 0&Ela pEAOYEVT Asvyaipia
(AML) xon v o&eia Aeppofractikny Aevyoioo (ALL). Ipoteiveton pion péBodog yio v
EVOOUATMON SEOOUEVMV YOVIOLOKNG EKOPOOTG LLE KAIVIKA XOUPOKTPLOTIKA KOl YOVIOLMUOTIKES
UETAALGEELS Yo T Onpovpyio vOg HOVTELOL Tov pmopel va Tta&tvopnoetl pe axpifeio v
o&eila poehoyevn Aevyoupio (AML) kou v o&eia AeppoPractikn Aevyopio (ALL). To cuvoro
OEJOUEVMV OV YPNCLUOTOMONKE aPOPd TNV TopaKoA0VONGN YOVIOIOKNG £KOPACNS HECH
pikpoovototyldv DNA kot pmopel va ypnoipomomet yroo ta&vounon véwv TeEPMTOCEDV
KapKivov.

IMa v ta&ivépnon mpaypoatomonke KaTtGIAANAN TPoenesepyacia TV 0E00UEVOV KOl
ypnowonomdnke 1 avdivorn kopiwv cvvictwowv (PCA) dote va dobel éppacn otnv
SLPOPOTOINGT KOl GTOV EVIOMIGHO VYLDV TPOTVTM®V GTOV GUVOAO dedopévav. Me avtdv tov
TpoOmo £yve n ovumieon 7.129 apyikdv tapatnproewv oe 30 KHPIEC GLVIGTMOGEG TOV HLATNPOVV
10 95% ¢ apywng mAnpogopiag. H epyacio emikevipovetor otov aryopiBuo k-Nearest
Neighbors (KNN) ®g v «Opwo TeQvikn unxavikng pabnong vy  to&vounon.
Xpnowonowwvtag confusion matrix kot owdypoppe dtucmopds cvumepaivetar 0Tl amd TO
GVUVOAO T®V JEYUAT®OV OV apopovv Tov vdtumo ALL, 20 and ta 16 avayvopilovior cmotd
Kol ovtd  odnyel oe 80% axpifelan Tov poviEAov. ZnV TaEVOUNGN TOV OEYUAT®V TOV
vrotimov AML mapatnpndnkay Atyotepo KavomomTikd amoTeEAEGHOTO KoL 00Ny ONnKay 6To
ouumépoope. 0Tl TO HOVTEAD €xel MPOPANUO OTO Vo KOTAQPEPEL VO OLOPOPOTOU|CEL
OTOTEAECUOTIKA TOVG VTOTVTTOVG AML kot ALL.

Ot ovyypageic TG epyaciog CNUEIOVOLY OTL 1| TPOGEYYION TOLG £XEL TN OLVATOTNTO VO
BeAtidoet v axpifeta g dtdyvoong g Asvyoiog Kot 0o propovoe vo ypnoiponombet yio

va koBodnynoet efatopkevpéva oyl Bepameiog yuoo acbevelc. OAoxAnpdvovrtog,
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VROYPOUlovV TIG SLVOTOTNTEG TNG UNYXOVIKNG HAONOoNG GTOV TOUEN TNG YOVISIOUOTIKNG,
KaBmG Kl TIG dSLVVOTOTNTES NG Yo TV TPO®ONGN TG WTPIKNG axpiPeiag pe v avdmtuén

aKPPOV KOl EPUNVEVCIU®V LOVTEAMV Y10l KAMVIKES EQOPULOYEG.

4.3 TIpoPreyn emPiwong Kot vroTpong o€ acbeveig pe Kapkivo Tov Tveduova,

ue nebodovg Mnyoavikhic Mabnong

2ty ovvéyeta, avoivetot n pedétn pe titho «Machine learning application in personalised
lung cancer recurrence and survivability prediction», mov dnuoociedtnke niektpovikd otig 4
Ampihiov 2022 amd tovg ovyypageic Yang Yang, Li Xu et al. Zmv mopandve perétn
OlEPELVATAL 1) EQPUPUOYN TEYVIKOV UNYXOVIKAG HAONong vy tnv Oompiovpyic. HOVIEA®V
TPOPAEYNS TG LITOTPOTNG Kot EMPLOSILOTNTOS aclevdv e Kapkivo tov mveduova (Yang et
al., 2022).

[T ocvykekpipéva, n €pEVVO. OMOCKOTEL OTNV EVOMUATOOT] YOVISIOUATIKAOV, KAVIKOV,
SYVOGTIKOV Kot SNUOYPAPIKAOV dedopévav o€ acBeveic pe adevokapkivopo Tov mvedova
(LUAD) xar axavBokvtrapikd kapkivope (LUSC) and to npdypappo The Cancer Genome
Atlas (TCGA). O otdy0¢ ¢ perémng etvan 1 avamtoén evog povtéAov TpdPAeyng KIvovvov pe
xpon HEBOd®V pnyavikng pabnong vy v mpoPrieym g ovvolkng emPimone kot
KOTAGTOGNG VTOTPOTNG TOL U UIKPOKLTTOPLKOL Kapkivov tov mvevpove (MMKIT/NSCLC),
VROTLTTOL TOL OToioV Etvat o1 6VO TpoavaPePHEVTES.

2y mapohoo HEAETN ¥PNOIUOTOONKE £voL GOVOAO dESOUEVMDV TTOV amoTedeiton amd 511
avTumpoo®neLTikd octypata tov LUAD ko 487 tov LUSC, yo o otoio vdpyovv dtabécipa
YOVIOIOUOTIKA, KAVIKA KoL dNUOYpapikd dedopéva. Xpnoomomdnkay tpeic kovég pébodot
HMyavikng pabnong:

e 10 Aévtpa Amodgaonc (Decision Trees)

e 10 Nevpwvikd Aiktvo (Neural Networks)

e ka0 aAyopiBuoc SVM (Support Vector Machine)
KOl 710 ovykekpluéva ypnotporomdnkay o adyopiduoc CART (classification and regression
tree), 0 adyopiBpog FeedForward Neural Network (FFNN) ko o Least-Squares Support Vector
Machine (LS-SVM).

[ ) oVyKplon ™G amdO0oNS TV SLAPOP®V TEYVIKAV pnyavikng pddnong (CART, FFNN,
LS-SVM), 6cov agopd v mpdPreyn TOL KWWOOVOL VTOTPOTNHG O TPOUYLO OTASL0
onuovpyndnke n yopokmmplotikny Kapmdin ROC dote vo ameikoviotel 1 S100yveOOTIKN TOVG
wKovOTTAL. ZYETKG pe ™V mpdPAeyn kvdvvov vrotponmns tov NSCLC oge mpdipo otddio
(Z16010 I & IT), T0 pOVTELD OEVOP®V ATOPACTG £XOVV TNV KOAVTEPT TPOPAEYT VITOTPOTNG TOGO
vy to LUAD, 6c0 kot yu to LUSC pe tpéc g AUC 0,82 kot otig 600 mepmtmoels. Ta
povtéda LS-SVM ka1 FFNN £yovv mapdpota amddoon (AUC= 0,72- 0,75). Ocov apopd tnv
npoPreyn emPimong tov NSCLC og mpadpo otdoto (Xtédo I & 1) ot kaumdréc ROC ya tig
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Tpelg neboddovg punyoviknig pddnong deiyvovv 0Tt T0 HOVTELD SEVIPOL AMOPACNG £XEL TNV
KaAVTEPN amodoon otnv mpoPreyn emPimong vy to LUAD pe iy AUC 0,767, evod to
VELPOVIKO STKTVO elval EALOPPDG KOADTEPO AT TO OEVTIPO AmOPAoNG OTNV TPOPAEYN emPBimong
vy to LUSC pe myuy AUC 0,837.

SouUmEPACUATIKA, emionuaiveTor 0Tt o, devipikd poviéha CART emideicvoouy Kohég
TPOYVOOTIKEG EMOOCELS, EVM TALTOYPOVAE £YOVV TAEOVEKTNUATO OTINV KATOVONOT HECH
OEVIPIKOV YPOONUATOV. MEGO ad TNV TOPOTAVED LEAETT EVTOMIGTNKOV GLYKEKPIULEVA YOVIOLL
OV NTOV GNUOVTIKOT TPOYVOGTIKOTL TOPEYOVTES Y10, TOV KOPKIVO TOL TVEVHOVO 6TOVG 0e0eVEiC,
0. omoio. pmopovv va Ponbnioovv kKAvikoOg yiatpovg vo AapPdvovv eEaTopKeELUEVES

OTOPACELS CYETIKA LE TPOCAPLOCUEVE oYEOL0. BEpameiog Kol TapaKoAoVONoNG.
4.4 TIpoPreyn amoddoong avaepdfrog ydveyng pe Mnyovikny Mdabnon

Mia axopa oyetkn perém pe titho «Predicting the performance of anaerobic digestion
using machine learning algorithms and genomic data», and tovg cvyypapeic Fei Long,
Luguang Wang, Wenfang Cai et al. dnpocievtnke niektpovikd otig 22 Anpiiiov tov 2021.
2mv mapovoa epyacio avolvetar n avaepofio yoveyn (anaerobic digestion/AD), n omoia
etvar pio dadikacio Tov petatpénetl opyovikd amofAnta Kot Avpata coe Propeddvio yuo
CLYKOLUOY| EVEPYELNG, T) OTTOL0 GOUPOVO LLE TOVG CLYYPOAPELS AmoTEAEL £va TOALA VTTOGYOUEVO
HEGO Y10 TNV OVTILETOTION TOV TOYKOGULOV EVEPYELLKDY OVOYKAOV KO TNV TOPOYT TOAAATADV
neptParroviikdv opetdov (Long et al., 2021).

2V Topovca HEAETY] OVOTTUGGOVTOL KOl OlEPELVMVTOL EE1 LOVTELD UNXOVIKIG LABNoNG
YPNOLOTOIDVTOS YOVIOIMUATIKE OEOOUEVOL KO TIG OVTIOTOYEG AEITOVPYIKES TAPOUETPOVGS, LUE
otdY0 TV TPOPAEYN TG amddoong avaepofag ywdveyns kol T Peitimon g KaTovonong
oL TG Stadikaciog. Xpnoyoromdnkay detyoto mov GLAAEXON KOV 0O OKTM O10POPETIKES
gpeuvnTKég opddes. [a va mpocsdlopiotodv ot kataAinAdtepot akydpiOpot yio tnv TpdPfrewn
g amoddoong pebaviov aglomomOnkay ot TapakdTe €51 GLYVE ¥PNGIULOTOI0VUEVOL OAYOp1OLOL
Mnyovikng Mdabnong (ML) yuo tqv avémtoén poviéAov tolvopounong kot ta&vounong:

e GLMNET

e RF (Random Forest)

e KNN (K-Nearest Neighbors)

e SVM (Support Vector Machine)

e NNET

e kot XGBOOST (Extreme Gradient Boosting).

Ta povtéla ta&vopnong, ta omoio. mpoPAémovv tovg THmMOVG Tapaywyng pebaviov,
alohoynOnkav pe Baon v axpifeio kot tov cvviedeot| kappa. Eniong, avamtiybnkav kot
a&oroynOnkay LovTEAN TOAVOPOUN TG, Ta OO0 TPOPAETOVV TIG EI01KES ATOdOGELS pLebaviov.

H axpifeia g npoPAeyng npocdiopiotnke e QUEST GUYKPLON UETAED TNG TPOYUOTIKNG
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Tapoy®yng peboviov kot g TpoPArendUEVNS TOPAY®YNS LEBAVIOV XPNOIUOTOIDVTOG TO LEGO
tetpayovikd cedipo (RMSE) kot 1o oyxetikdé RMSE. H onuaviwomra kdbe emheypévov
yopaktnpiotikov agloloyndnke pe to Mean Decrease Gini (MDG) kot to IncNodePurity yio
TO HOVTEAO TOEIVOUNONG KOL TO HOVIEAO TOAVOPOUNONG OVTIGTOLO. XPNOUOTOIDOVIOG TIG
AELTOVPYIKEG TOPAUETPOVG Yo TNV TPOPAEYN TG omdOOoNG TG OovaePOPlag YdvEYNS
eQapUOSTNKE avAALOT KOP1wV cuvieTwo®V (PCA) kot pun HETPIKT TOAVIIACTOTN KAULAK®OGN
(NMDS) yia. tnv d1EpedVIOT NS GLGYETIONG HETAED TWV AEITOVPYIKAOV TOPAUETPOV KL TNG
amddoong pebaviov.

Ta anmotedéopata mov €dmoav ot €51 alyopiBupol mov agloloyndnkav 6Gov aeopd TNV
axpipeta ko Ti¢ Tinég kappa yroo v mpoPAeyn e amddoong pebaviov etvar ta axkdiovba: to
povtédo mov avartiydnke pe tn ypron RF enéoeile v vyniotepn axpifeia (0,77+0,04), mov
avtiotoryel o€ Tiun kappa 0,67+0,06, tapovoidlovtog onpoavtiky alomiotio, Evod 1 Tpdfreyn
TV povtéAmVv mov ekmodevtnray amd to. GLMNET, SVM kot NNET napovciacav mapdpota
axpifewa (~0,75). H akpipera mpoéPreyng pe tov adydpiBpo XGBOOST nrav 0,72 kot tov
povtéiov KNN frav 0,70+£0,07 pe tiun kappa 0,54+0,08 (pétpia a&romotia).

11 cvvéreLla, xpnopomoinikay ot €6l Tapamave adlyoplOpol 6Ta YOVISIOUATIKAE SEGOUEVOL
vy TV TpoPAreyn g amddoong TS avaepoPlog xdveYNs yuo. To. apyoaio Kot to. faktiplo
Eexyoplotd. Xpnowomombnkay ot PiKpoPlokég KOwOTNTEG TEVAVIO OEYUITOV  Omd
OLPOPETIKA EPELVNTIKG €pyacTplo. XAPOKTNPIGTNKOY Ol WIKPOPLOKEG KOWVOTNTES OV
avTIoTOLYoOV otnv amddoon pebaviov kot otnv cvvéxswo Eywve mpoOPAeyn TG amdd0oNg
pebaviov pe ) ypnomn poviélmv tavounong. O aiyopiBpog RF moapovsioace v koAvtepn
amodoom TPOPAEYN S LETAED TV SOPOPETIKMVY TaVoUIKOV emmédmv. H anddoon mpoPreyng
TOV TOPOTdve alyopiBumy pe m ypnon cuvor®v dedopevey Baktnpiov TéTuxe vynAdTEPY
akpifela amd 6,1t pe TN YPNON CLVOAWLV SESOUEVOV apyaimV, VTOOEIKVOOVTAG U0l 1o VPN
oxéon LeTaSD NG Topay®YNS Lebaviov kot g PakTnploknig KOWOTNTOGS.

Av Kol 1 HEHOVOUEVT XPNON AEITOLPYIKOV TOPAUETP®V 1] YOVISUOUATIKOV OEOOUEVMV
umopel va mpoPAdyel v amddoon g dlepyaciag g avaepoPiag ydveyng pe akpipela mov
Kopaiveral and 0,60 £wg 0,78, ot cuyypapeic emonuaivovv 0t 1 axpifela TpodPAeyng propel
vo Peitiowbel mEPUITEP® LE TO GLVOLAGUO TMV AETOLPYIKOV TOPAUETP®V KOl TOV
YOVIOLOUOTIK®OV dedopévmv. Q¢ K ToLTOV, a&toAoynOnkay ta povtéda tavounong pe
xpnomn tov €€ ahyopiBumv o¢ TPog TIG KaVOTNTEG TOVG oTNV TPOPAEYN e TN XPNOM TOL
GLVOVAGUEVOD GLVOAOL JEGOUEVMV.

SVUTEPACUATIKA KoL VGTEPO amd £EETOOT Kol aEloAdYNoN TG KaOe mepintmong Eexwpiotd
KatéANEav 0TL 1) ETAOYT TOV KOTAAANA®V ahyopiBumv Kot povtédwv etvar {oTikng onpaciog.
Y10 povtéda tagvounong, o RF amodidet tic karbtepeg axpifeteg mpoPreyng petald tov €&t
olyopiBumv pe ddpopa cOVoro Oedopévav €16000v: Aettovpyikég mapauetpor (0,78),

Bakmnpraxd eOAa (0,78), Baktnprakég taEeg (0,76), taerg apyaiov (0,68), vévn apyoiov
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(0,73) kot cuvdvaouévo cuvoro dedopévev (0,82). I'evikd yuo Ta povtéda ta&vounong, o RF
EMTLYYAVEL TNV KOADTEPN amddoon HeTOED TV 6 aAdyopiBuwv ML yia v mtpoPreyn g
anddoong pebaviov. Ov akpifeeg mpoPreyne ntav 0,77 ko 0,78, ypnopomoumdviog &ite
AELTOVPYIKEG TAPOUETPOVG, EITE YOVISIOUOTIKA O£d0UEVA, OVTIOTOLYM, OE EMIMESO POKTNPLOKOD
@VOAov. O GUVOVLOGHOG AELTOVPYIKDOV TOAPUUETPOV KOL YOVISIOUATIK®Y OEO0UEVODV PEATIOCE
onuovtika v akpifero TpdPreyng o 0,82. Xe cOykpion pe T0 LOVIEAO TOEIVOUNONC OV
EMIKEVIPMVETOL KUPIMG GTOV TPOGOHIOPIGUO CNUOVTIKOV TAPAUETP®VY Yio, TNV TPOPAEYT TG
amOd00NG, TO LOVTELO TOAVOPOUNOTG EIVOL TTO KATAAANAO Y100 TNV aptOunTiKn TPOPAEYN TG
anodoong pebaviov. To NNET anédwoe v kaAvtepn axpifelo 610 LovTELO ToAVOpOUNOTS
pe to yauniotepo oyetikd RMSE (6,7% ~15,6%), xpnolomoldvog to idto GOVOAN SEOOUEVMV
€160000 LE T0 LOVTEAQ TASIVOUNONG. ZTNV TOPOVGA LEAETT), 1| LYNAGTEPT axpifeia TpOPAEYTS
EMTEVYONKE UE TN YPNON TOV GLVOAOV SESOUEVOV TOV GLVIVALE AEITOVPYIKEG TOPAUETPOVS
KoL TANPOPOpies Y10 TO pikpoPiopa, TOG0 yio To povtéda TaStvounong, 0G0 Kol Yol To, LOVTEAM
TAAVOPOUNOTC.

Kietvovtag v epyaocia, copmepaivetar 6Tt ta poviéla mov avamthyOnkav 6e autn
HeAéT Oyt puévo pmopovoav va mpoPréyovv pe akpifelo v amddoon g avaepdfiag
yoveyns (AD), aALE emmAéov T ONUAVTIKA YOPAKTPIOTIKO TOV EVIOTIGTNKAY LUWITOPOVV VO

napéxovv kabodnynon yo Eykaipn Tposdonoinot, EAeyyo Kot dloyeiplon g S1dtKaciog.

4.5 AZwoAdynon ¢ mpoPreyng aviamoOkpione achevav peE Kapkivo o€
ynuetodepomevTiKd apuako pe ypnon SVM

To apBpo pe titho «Machine learning predicts individual cancer patient responses to
therapeutic drugs with high accuracy» ka1 cvyypaeeig tovg Cai Huang, Evan A. Clayton, Lilya
V. Matyunina et al. dnpocievnke otig 6 NogpuPpiov Tov 2018. Ot cvyypageig e Tponyoduevn
dnuooievon| tovg (Huang et al., 2017) eiyav ypnoywonomaoet SVM akydpiBuo yio v akpipn
(>80%) mpdPreyn g cuVOAIKNG avtondkpions 273 achevav e KapKivo wodnkmv o eQTd
EVPEMG GLVTOYOYPAPOVLEVA YNUEDEPATEVTIKA PappaKa. XTO TapodV dpBpo agloloyodv v
amdO00N TNG TPOGEYYIONG TOVS Yo TV TPOPAEYT TG avTamokplong 152 acbevav pe Kapkivo
oTO QAPUOKO, HE BAon To TPOPIA YovidlaKkNg EK@paoctg Tov dykov kdbe acbevoig (Huang et
al., 2018).

INoa va a&oroynBet  axpifeta twv adyopiBumv mov Basilovtar 6e SVM yuo v mpdfieym
™G QOPUOKELTIKNG  OVIOTOKPIONG  HEHOVOUEVOV  acBevdv,  ypnoipomomOnkayv
OVTIGTOT(IOUEVO, TTPOPIA YOVIOIOKNG EKQPUCTG KO PAPLOKEVTIKNG AVTATOKPIoNG oo Tt Bdon
dedopévmv The Cancer Genome Atlas (TCGA). Zuvdvdotnkay dedopuéva amd achevelc mov
oyetiCovtot pe pia TokiAio TOT®V KopKivov, Yo Tovg 0moiovg To TPoPiA avtamdKplong o€ 000
oLYVE YPNCLOTOLOVUEVOVG YNHEIOBEPATEVTIKOVG TTOpdyoVTES, TN Yepuottafivn (GEM) kot v

5-pBoproovpakiin (5-FU), &xovv tekunprodei enapkmg. Me tov tpdmo avtd, dnuovpyndnke
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£va GOVOLO OEOOUEV®V TTOV OTOTEAELTAL AT TPOPIA EKPPAONG, LE TN LOopPN oAANAovyiog RNA
(RNA-seq), kot mpo@ik @aprakevTikng ovtomokpiong 152 acbevav (92 mov éhapav Oepaneio
ue yeporrafivn, 60 wov Erapav Bepancio pe S-pBoproovpokiin).

Xpnopormombnke Linear Support Vector Machine (SVM) avadpopukd yio Tov S1oyopiopio
TOV OELYHATOV G€ dVO KAGCELS (gvaicOnta o€ PAPHOKO Kol OVOEKTIKA GTO (APLOKO) KoL
epapuoomnke 1 péBodog Recursive Feature Elimination (RFE) yia tov mpocdiopiopd tov
EMIYIGTOV  GLUVOAOL  YOPOKTINPIOTIKOV 7OV  HeyloTomolovy v okpifewo. Emumiéov,
ypnowonomdnke 1 dwotavpovpevn emkOpworn Leave one out (Leave one out cross-
validation/LOOCYV) yia v a&toAdynon tng anddoong kdbe poviélov. H cuvolikn axpifeta
ocov agopd v GEM eivan 81,5%, pe Oetikn mpoPrentikn a&io (PPV) 77,8% won apvntikn|
npoPrenticy a&io (NPV) 83,9%, evod yia v 5-FU avtictowya 81,7%, pue PPV 83,3% kot NPV
79,2%. H evaucOnoio oe k4B mepintwon givor ion pe 75,7% vy v GEM «aon 85,7% v tnv
5-FU kot 1 edwotta 85,5% vy v GEM ko 76,0% vy v 5-FU. Ta povtéla mov
onpovpynnkav Pacicuéva oe SVM yio v mpdPreyn g aToUIKNG avTomdkpions oto d0o
yNHEBepamTeELTIKA PappaKa £xovv LVYNAN akpifela >81%.

Mo tepartépw agloldynon g axpifetag aAAd Kot yio TNV EKTIUNOT TS SLVNTIKNG KAIVIKNG
YPNOOTNTOG TN GVYKEKPUEVNG TPOGEYYIONG 0d pio TUYOi0 ETAEYIEVT OUAS OCOEVADV e
KOPKivo T@V 00BNKdV xpnoipomodnke to Tpoeik YovioloKknS EKQPOcnS TV OYK®V TouG. Mg
Baon ta SVM-RFE povtéla mpoArépOnie 1 aviamdxkpion TV achevdv 6€ 0KTO QAPLOKO TOV
xpNooroovvtol cuyvd oty Bepaneio Kapkivov Tov wodnkav. Ta aroteAéopata NTav o
e€ng: Betwkn mpoPrentikny a&ia (PPV) 85%, svausbnoia 94,4%, apvnriky mpoPrentikny a&io
(NPV) 66,7%, 1dicotra 40% ka1 cuvolikn akpifeia 82,6%. Xtn cvvéyela, tovifetal 0Tt T0
20%-30% tov acbevov pe kopkivo tov wodnkmv mov vrofdilovion o Oepameio pe v
kaBiepopévn ocvvovaotikn Bepaneio, amotvyydvel va avtomokplfei, apnvoviag Tovg Y1oTpons
vo amogacilovv moleg SoKIES mpémel vo yivouv oty ouvvéxela. Ot vymAés Tyég mov
napotnpinkav otn Oetikny mpoPrentiky) afia (PPV), odupwva pe tovg ocvyypooesic,
vrodnA®vouv pio whov KAWVIKY ¥pPNOWOTNTO TS TPOGEYYIONS TOVS YO, TOV EVIOMIGUO
vocyOuEVOV Bepameldv devTEPNS YPOUUNS Yoo acBevelg mov amoTvyydvovy oTig oLV BElg
Bepamneieg mPAOTNG YPOLUUNG.

H epyaoia katainyet 0t To poviéha mov gival BaciGUEVE GTN UNYOVIKY Lanon Kot £xouv
EMKVPOUEVEG VYNAEG OETIKEG TPOYVIOOTIKES TIUEG UTOPOVV VA TAPEYOLY GTOVG YTPOVS Hia
YPNOUN EVVOAOKTIKN AVOTN OTIC Topadootokes HeBddovg dokiung ko oeaipatoc. TéAog,
OTUELOVETAL OTL OV KO TO LOVTELD EXOVV EMKEVTPWOEL 0TV TPOPAETOUEVT AVTATOKPIOT TMV
KopKvonabdv otig cuvnoelg PapprokevTikég Bepameieg, v TIg omoieg LVIAPYOLV EMAPKN
oVUVOAQ OEOOUEVMV, 1 TPOCEYYIoT givorl e£l6oV KOAG EQUPUOCIUN KOl GE GAAEG OVAOVOUEVEG

KOl GTOYEVUEVES YOVIOLakEG Oepameieg.
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4.6 T1poPAeyn kvdvvov dwapntn tomov 2 pe ypnon PRS

H perém mov avoivetor oty ocvvéyela pe titho «Prediction of type 2 diabetes using
genome-wide polygenic risk score and metabolic profiles: A machine learning analysis of
population-based 10-year prospective cohort study» kot cvyypageic tovg Seok-Ju Hahn,
Suhyeon Kim, Young Sik Choi et al. dnpocievtnke npotn gopd otig 30 Noepfpiov tov 2022.
211 GUYKEKPIUEVT] LEAETN XPNOUOTOLEITAL 1) EKTIUNGT TOAVYOVISLOKOD KIVOUVOL € EMInEdO
yoviditwpotog (gPRS) kot dedopéva petaforittdv opov (serum matebolites) yio tnv tpdPreyn
TOV K1vovuvov dtafnn THmov 2 otov actatikd mAnbvoud (Hahn et al., 2022).

2OUpova pe 660 TPAYUATEVETOL 1] TOPOVCO, EPYOCIN, TO GUUPATIKA LOVTEAN KIVOUVOD Yl
dwfntn tmov 2 dev AapPdavovv vIOYN TNV YEVETIKY mMPodidbeon M TG LITOKAVIKEG
petafolkég allayég mov mponyodviol TV HETOPOAIK®Y PAaPdV. XVVETHOC, oTNV £pyacia
TPOTEIVOVTOL OAOKANPOUEVES TPOGEYYIGELS TOV YPNGULOTOLOVV TNV EKTIUNGT TOAVYOVIOL0KOD
Kkvovvov (PRS) 1 petaporiteg opov yia v tpdPrieym tov kivdvvov yia dafntn tomov 2. Ot
ovyypageig vrootnpifovv 0Tl éva poviélo mpoOPieymc kwvdvvov pe ypnion PRS oAdd kon
petafoiitddv opov Ba pmopovce va PEATUOGEL TOV EVIOMIGUO TOV ATOU®V LYNAOD KvOHVOL
KO VO LELOCEL TNV EMPApLVGT TOL dtofr|Tn TOTOoV 2.

INa v épevva, ypnoiponombnkay dedopéva 1.425 coppeteydvtov omd tny Kooptn Ansan-
Ansung ¢ Korean Genome and Epidemiology Study (KoGES). Ta dedopéva eival
EUTAOVTICUEVE KOl TEPLEYOVY TOCO YEVETIKEG 000 Kol METOPOAKES ouvictwoes. [l
ovykekpipéva, emAéydnkav 1.905 cvppetéyovteg pe faon otoryeio oyeTkd pe ™ 01dyvoon
tov OwPntn tomov 2, ™ yAvkoln opov, t HbAIlc (yAvkolvAiwpévn opoceaipivn), tov
YOVOTLTIO Kot TOVG peTaforiteg. AmokAeiomnray 480 cuppeTEYOVTES V1o O14.POPOVS AOYOLS Kol
TEMKOG GLUTEPIAPON KAV otV avéAvon 1.425 coppetéyovres.

Evtoniotnkav 239.062 yevetkég mapairayés (Lovovovkieotidkol moAvpoppicopoi, SNP)
oL YpnooromOnKay yio Tov tpocdtopicd tov gPRS, evd o1 petaforiteg emiéyOnkav pe
™ xpnon Tov aAryopibuov Boruta. Ta Bacikd yapaktnpiotikd tov achevov pe otafntn tumov
2 ovykpidnkav pe exelva TV acBevav mov £xovv dafntn, oAl Gyt THTOVL 2, XPNGLOTOIDVTOG
10 Mann-Whitney U-test y1o Ti¢ m0oGoTIKEG METAPANTEG KO TO y>-test Yol TIC MOLOTIKEG
petofAntés. Epoppoommke AOYIoTIKY] TOAWVOPOUNOT HE TEGGEPO, OLPOPETIKA GVUVOAQ
aveEdptntov petafAntov yio v tpdpieyn tov dwafntn tomov 2. Me otdyo va £phovv otnv
EMPAVELD TOL UM YPOUUIKA HOTIPO TOV €VLTAPYOLV GTA JESOUEVO, TTPOYUATOTOINCAY Wio
TPOGHETN AvAALGN YPNCYLOTOIOVTAG VOV alyoptOpo unyoavikng pédnong, tov RF.

XpnoworomOnke bootstapped cross validation ywoo v aloAdynon TV HOVIEA®V
UNYOVIKNIG pabnong, Kabmg Kot TPES LETPIKES Y10 TNV EKTIUNOT NG ATOO00NG TOV HOVIEAW®V
TpOPAeYN Ktvddvov petd ) cvumepiinyn tov gPRS kot tov petafoirtodv: or AUC, Brier
score kat log-loss. Katd t didpkeia e mepiodov mapakorovdnong (8,3 £ 2,8 &), 331
(23,2%) amod Tovg 1425 cvppetéyovteg dtyvootnkay pe dwafBrtn tomov 2. Ot tpéc AUC tov
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povtédwv pe faon tov RF ftav 0,844 yio 1o povtédo mov ypnoiponotel Hovo dNUoypaOIKovg
Kol KAvikovg mapdyovteg, 0,876 yia to povtédo mov meptiappdavel o gPRS ko 0,883 yua to
povtélo mov meptlapupaver to gPRS ko tovg petafolritec. H evoopdtowon mpocHetwv
TapoUETPOV oTo. OVO TEAevTaio poviéla Peitiooe v tagivounon kotd 11,7% wor 4,2%
avtiotoryo. To poviého pnyavikng pddnong Ppédnke mo amoTeAesHOTIKO OGOV APOPA THV
avénon TV TPOPAETTIKOV IKOAVOTHTOV.

H mpocOkn tov gPRS kot twv mpo@id petafortddv 6Toug KAMVIKOOG TOpAyOVTES KIVODVOL
00N yNoe o€ KOADTEPT amdO0GT TOL HOVTEAOL Yo TNV TPOPAEYN TOL KIvdDVOL dtofr|Tn TOTOL
2, o€ ovykpilon pe To cupPatikd poviéha mov Pacilovral og mapdyovteg Kivovvov. EmimAéoy,
o€ oVvykpion pe Ta cvuPatikd povréda mov Paciloviar og Aoyiotikny maAwopounon (LR), n
avéAvon unyovikng pddnong pe Paon to RF ftav ehoppdg kardtepn oy mpdPfreyn g
eninTmong Tov dtafritn THIOUL 2.

SOUTEPAGUATIKG, GTNV TOPOVGO EPYOCIO POIVOVTOL TA TAEOVEKTIUATO TNG EVOOUATOONG
YEVETIKOV TANPOPOPLOV Kol TPOPIA LeETOPOMTOV Yo TNV TPOPAEYT TOL KIvovvoL dtafnn
TOmov 2, kaBdg Kol TO TAEOVEKTNUA P0G TPOGEYYIONG UNYOVIKNG HABnong, mépav g

EPAPLOYNG EVOC GLUPOTIKOD HOVTELOL KIVODVOUL.

4.7 Avackonnon ypnong pedddwv Mnyavikng Madnong kot Babidg MdaOnong e

EPEVVEG YOVIOIOUOATIKNG

H epyooia pe titho «A primer on machine learning techniques for genomic applications»
tov Alfonso Monaco et al. dnpocievnke dadikTvakd Tpodtn eopd otig 31 Ioviiov 2021.
Amotedel pion ovaokomnon, n omoio mwopovcldalel Kot TEPLYPAQEL TG Mo cvvnouéveg
pedddovg unyovikng nabnong kot fadiag pndbnong mov epappoloviar e O1apopeg HEAETES
yovidiopatikng (Monaco et al., 2021).

Méoa and v mapovca epyacia ot cuyypapeic Tpoomadovv va Tovicouy Tig SLVATOTNTEG,
TO. TAEOVEKTNUOTO KOl TOLG TEPLOPopovg kdbe pebddov. Emonpaivouv tm dvvaun g
TPOCEYYIONG TNG UNYOVIKNG HAONong otov YEpiopd pHeydAmv OedoUéEvav Kol TEAOG,
YPNOUOTOOVV €VO TAPASELYHO EQPOPUOYNG Yoo Vo YivEL Kotavontdg O TPOTOC 7oL Ol
nweprypoeopeves pébodot Ba pumopovoav va Pondncovv ce TEPUTTOGES OTOL VTAPYEL
da0€o1p0g peYarog GyKog YOVISIOUOTIK®OVY dedopévav. Ot pébodot Mnyoviking Mabnong (ML)
ko Babidg Mabnong (Deep Learning, DL) givotl amapaitnteg yio T GUGTNUATIKY aviAvon
HEYAA®V OYK®OV ETEPOYEVAOV O£OOUEVDV, KABMG GLUVTEAOVV GTNV KOADTEPT KATAVONGT TOV
vokeipeEVOV PlOAOYIKOV SlEPYACIOV TOL TOPAUEAOVVTAL 1] 0eV aviyvehoviol amd GAAEG
npoceyyicels. Avdioya pe Tov TOTO TV SOBECIUOV OESOUEVOV KOL TNV £PYOCI0 TOL TPEMEL
Vo eKTeEAETTEL, £xoVV avamtuyOel dthpopes néBodot ML.

Ot ovyypageig €yovv dmuovpyncet évav mivako pe tov aplBud eUEOVICEOV TOV

ovvnBéotepwv arlyopiBumy pdnong o dnpocievoelg e PubMed twv tedevtaionv 10 etdv (n
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avalnmon npaypotonomdnke otig 16 lavovapiov 2021). Ot arydpiBuot Tov gppaviCovror To

oLYVA gival o1 TOPaKATM:

e SVM

e RF

e LR

e Deep Neural Network
e LASSO

e Naive Bayes
e K-NN

e ANN

e Autoencoder
e PCA

e LDA

e Percepton

e ko K-means
e évav dgvtepo mivaka divetor 1 akpifela Tagvounong HECH TOV EPUPULOGUEVOV LOVTEAMV
péonong, pe tov adyopiBuo RF va metvyaiver v vymAdtepn, ion pe 0,972+0,001, ko tovg
MLP xou Linear Model va axolovBovv pe 0,976+£0,009 ot 0,918+0,001 avtictoya. Xt
GULVEYELD, OVOPEPOVTOL KOL KATOLOL 0Td TO O GLYVA YPNOUYLOTOIOVUEVE LETPO. ATOOCTG TTOV
YPNOLOTOOVVTOL Y10 TNV aE0AOYNoN TV aAyopiBumv ta&ivounone. Avaioyo to Tpdpinua
Ta&vOUNONG, TO LETPOL AITOSOCNG OV YPNGLOTO0VVTOL Eivart Ta €ENG:

e Confusion matrix

e AUC-ROC
e Accuracy
e Sensitivity
e Specificity
e Precision

e NPV

o xalFl

[Ma TpofAnpata TaAtvopoOUnonGS, Ol IO GLYVOL GTATICTIKOL OEiKTEG amddoong eivar ot
e RMSE
e MAE
e MAPE
e ot Pearson’s correlation coefficient
Méoa and éva mapaoetypa avadekvoeTal 1 Vv Tov pebddwv ML yia to mmg dedouéva

yovidlakng ékepaong and mepdpotoa RNAseq (mepdpoto mov amockomobv otnv ehpeon
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yovidiwv mov ek@paloviat dtaeopetikd petash 600 GVVONKAOV) uropohv vo xpnoiorotndovy
vy TV TpOPAEYN TOL PLOAOYIKOU QUAOL Kol TNG NAKING SEYHATOV AYVOGT®V d®PNTOV,
ypnoporolmvtog ta dcdopuéva and To GTEX project (01€0vEG TPOYpOLLLL LE GTOYO TNV TTAPOYN
LL0G OAOKANPOUEVIG EMOKOTNONG TNG YOVIOLOKNG EKQPACTG Kol pOOLIONG GTOVG 0vOpOTIVOUG
1GTOVG). XTN GUVEYELN, CLYKPIVETAL 1] OTOO0GT TPLOV GVYYPOVAOV SOPOPETIKAOV aAyopiOuwmv,
ot omoiot eivan ot RF, MLP «at linear model. Ztnv taivépnon pe Bdon 1o froloyikd evio ot
RF ka1t MLP ftav ta wo amodotikd poviéda pe akpifeio peyodvtepn tov 97%, evo yuo v
tagwounon pe PBaorn v nikia o povtédo Poaciopévo otov RF adyopiBpo ntav to mo
axpiéc. Kietvovrag v epyacia, toviletal ) onuacio g xpions e Unxavikng udonong ko
Tov pebddov Pabidc pabnong og amapoitnro epyoreio yiouo v epunveion €TEPOYEVOV

dedopévav HTS oe motkiheg QoppoyES YOVIOUOUOTIKNG.
4.8 Ta&wounon acbevav pe voso tov Crohn pe pebddovg Mnyoviknig Mabnong

To épBpo pe titho «Comparative performances of machine learning methods for classifying
Crohn Disease patients using genome-wide genotyping data» dnuociedtke otic 17 Ioviiov
2019 and Tovg Alberto Romagnoni et al. To cuykekpipévo pBpo EmKEVIPMOVETOL GTN VOGO
tov Crohn (CD), pia 6OvOetn yeveTikn olatapoymn yio Tnv omoia £X0VV EVIOTIGTEL TEPIGGOTEPOL
a6 140 yovidia pe v ypnom HEAETOV GLOYETIONG 0AOKAN POV TOL Yovidiwpatog (GWAS),
OALG 1 YEVETIKT| OPYITEKTOVIKY] TNG TAPAUEVEL 0KOUa Ayveootn (Romagnoni et al., 2017).

H avémtoén pebddov punyovikng pabnong, ocdpeove pe touvg cvyypageis, divelr
duvatodT o TASVOUNoNG VYOV KOl 0GOEVOV aTOU®MV GOUPOVO LE TIS YOVIOUMUOTIKES TOVG
TANpOPOpie, Kol M TOPOLGO  EPYOCIO  EMIKEVIPMVETOL OGTNV  CLYKPION  TNG
OMOTEAECUOTIKOTNTAG O1APOop@V HeBOOWV punyoavikng pddnone. ' tn perétn aglomoteiton to
obvoro dedopévev Immunochip tov International Inflammatory Bowel Disease Genetics
Consortium (IIBDGC), 6énov nepihappdvetor o yovotomog and 18.227 acBevn dropa pe CD
kot 34.050 vym dropa, Kot 1 TAELOVOTNTO TOV LOVOVOLKAEOTIOIKAOV TOAVHOPPIGH®OV (SNPs)
mov oyetiCovral pe v vocso. To cuykekpipévo cbvoro dedopévav Exel avarvbel ek véou e
™ pron piog oelpdg peBoddwv unyovikng padnong:

e Aoyt [HoAwdpdunon (LR)
e Teyvnta Nevpovikd Atktoo (NN)
e Kot 0 aAyopiBuoc Gradient Boosting Tree (GBT)

Mo m depedivinon tov emddce®V TOV S0POpOV HeBGI®V, N YOPUKTNPIOTIKY KOUTOAN
oékmn (ROC) ko n péyrotn meproyn kdro amd v kaumdAn (AUC) xpnoyomolovviot cuyva
Yy TN oOYKpPIon TS €valohnciog Kot TG EWOIKOTNTOS TOV YEVETIKOV OOKIU®V otV opon
tagwounon tov mpooPefAnuévov kot un mpocPePfAnuévov atopwv. O avtiktumog tov
TOLOTIKOV EAEYYOV, TOV VTOAOYIGHOV Kot ToV HeBOdV kwdwkomoinong g AOYIGTIKNG
[MoaAwdpounong (LR) €deie 611 n avTipetdmion tov EAMIdV YovoTOTmy umopel vo, avénoet
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116 Pabporoyies. Ta amotedéopato OpmG dev ennpedoTnKay 00TE Omd TNV AvaAoyio acBeEVOV-
VYOV, OVTE A0 TIG CTPOTNYIKEG TPOETIAOYNG 1] KOOIKOTOINGNG OEIKTMV.

Ot pébodotl LR, cvuneprirapPavopévov tov Lasso, Ridge kou ElasticNet, elyav mopdpoto
arotedéopata pe péyiotn AUC ion pe 0,80. Ot péBodolt GBT, émwg ot XGBoost, Light GBM
kot CATBoost, kaBd¢ kot too NN pe éva 1 meprocodtepa kpued otpopato (hidden layers)
napeiyov mopopoteg Tyég AUC. Ot pébodor Mnyavikng Mdabnong eviomicay oyedov OAEG TIg
YEVETIKEC TOPOUALAYEC IOV Elyay TpOTYOLUEV®G evToTioTel amd TiIg GWAS kot eviomicay Toug
KOADTEPOLS TPOPAETTIKOVS TaPAYOVTEG KAOMDS Kot TPOGHETOVS LE YAUNAOTEPES EMOPACELC. ZE
ovykpion pe v LR, ta un ypoppkd povtéda 6twg n GBT 1 ta NN pmopodv va mapéyovv
OYVPEG TPOGEYYIGELS Y10 TOV EVIOMICUO KOl TNV TOEWOUNGCT] YEVETIK®OV OEIKTMV. 26TOGO, 01
ocvyypapeig emonpoaivovv 0t ot Tipég AUC mov emtruyydvovtol eivon HETPLEG GE GUYKPIOT UE
T1G OepNTIKEG TPOGOOKIES, YEYOVOS TTOL VTOONADVEL OTL Ol YEVETIKES TANPOPOPIES OO HOVES
TOVG UITOPEL VoL UMV €mapkovV Yo TV okpipr] ta&vouncn e vosou Kot 6Tl 1 GuuTepiAnyY”

TEPPAALOVTIKAOV KOl QOVOTLTK®V dedopévav pumopet va givor amapaitnn.
4.9 Extiunon kwvdbvou avdamtvuén e voocov tov Alzheimer pe yprion PRS

To apBpo pe titho «Explainable machine learning aggregates polygenic risk scores and
electronic health records for Alzheimer’s disease prediction» dnuociedtke otic 9 lavovapiov
2023 amo tovg Xiaoyi Raymond Gao et al. H vocog tov Alzheimer (NA), cOppova pe toug
ovyypaeis, ival 1 o GV VEVPOEKPLAIGTIKY] drotapayn pe oywun évapén (Gao et al.,
2023). O gvromiopdg atdpmv pe avénpévo Kivovvo avamtuéng g vocov &ivor ToAv
ONUOVTIKOC MOTE Vo VTdpEet Eykapn mopépPaot Kot evoeyouevn Pektimon ota amoTeAEGLOTA
¢ Oepamneiog.

2V mopovea EPELVE, VTOAOYIGTNKAY Ol EKTIUNGELS ToAVYovidtakoy kivdvvou (PRS) yua
M voco Alzheimer (PRSyisk), kaBdg kot yia ) ypovikn mepiodo Katd v omoia £va drtopo
enpaviCel ta TpOTO cvumTOpate TG vooov Alzheimer (age-at-onset, PRSaao0) yi toug
ovppetéyovteg g UK  Biobank  (UKB). Amdé  évav  peydho  apBuod
YOPOUKTNPIOTIKOV/TPOYVOCSTIK®OV  Tapayovtwv, ocovumepthappavopéveov tov  PRS, tov
SLUUPBATIKAOV TOPayOVI®MV KvoHvoL Kot TV KooKV ICD-10 (kddwkeg AteBvoig ZTaTioTikng
Ta&wounong Noonuatwv kot Zuvaeov [popAnudtov Yyeioag) Tov nAEKTPOVIKOD QOKEAOV
vyelag (EHR), a&oloynOnke ot cuvéxewa  mpoPreyn g avamrtuéng mg NA 610 6Ovoro
dedopévov g UKB pe ™ ypnon poviélov unyovikng pabnong (ML). Zuvvolwkd
ooumepAeEdnKav oty €pguva 457.936 cuppetéyoves.

XpnooromOnkoayv ot pébodot:

e eXtreme Gradient Boosting (XGBoost)
e ko1 Shapley Additive exPlanations (SHAP)
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Ot mopomdve péBodol €xovv TOAAL TAEOVEKTNLOTO GE TEPITTMOGCELS HOVIEAOTOINGNG
VYNADV SOGTACEDV EVAVTL TOV TOPUOOCIOKOV LOVIEA®V TAAVOPOUNoNG Kot Bondncay otnyv
eneénynon tov poviéhov ML, moapéyovrog vynAég amoddcelc.  Xpnoipomodnkoy
neptocotepa and 11.000 yopaxtnploTikd/Tpoyvootikol mapdyovieg kot e£etdotnKoy Lo
NAKlakéG opades: ovppetéyovies nikiog 40 etdv kot Gve kot nAkiog 65 etdv Kot dvo.
Ytoyog Nrav va g€etaotel 1 Swokpitikny wkovotyta tov PRS (PRSrisk kat PRSaAA0), TV
CLUPATIKOV TAPAYOVIOV KIVOLVOL KOl TOV TAT|POPOPIDV Otd TOV NAEKTPOVIKO PAKELO VYEiNG
Tov KoTaypdoovtal o Kowdkovg ICD-10.

Ta amoteléoparta £dei&av 6t T PRS Bedtiomoay onpoavtikd v tkavotnta Stdkpiong e
vOGOoL, €101KA Y10 TNV OpLdda NAKiaG 65 €TOV Kot Avm, OTTOV 1) TEPLOYN KAT® OO TNV KOUTOAN
avéndnke katd 16% og oyéon pe 10 Lovtédo Tov meptAdpfove LOvo TV NAKia Kot To UAO.
Méoa and To povtéLo eviomicoTnKe 16YVPY EMidpact TG0 TG NAKiog, 660 kat twv PRS, aAld
N GLVEICPOPA TOVG OAAGLEL pe TV TApodo tov ypoévov. H miwio eivar amodekt) og o
ONUOVTIKOTEPOG TTapdyovTag Kivohvov, 0P 1 onuoviikn cvppoin tov PRS toviler v
avaykn va AapBavoviot vTOYT 01 YEVETIKES TANPOPOPIES KATE TV EKTIUNOT TOL KIVOUVOL TNG
vooov, 18img og nAKiopéva dtopa. Bpébnke emiong 1oyvpn cupPorn apkeTtdv cupPoTikmv
TapoyovVTOV KvoOvVou Yio TV €UQAVIoT NG VOooL O TO €1G0ONUA, TO OIKOYEVELNKO
1GTOPIKO, M APTNPLOKN TTiESN, 0 SaPTNG Kot To TPOPANUATA SVGKOAING GTNV AKOT).

‘Eva. onuovtikd copmépacpo g HeAETng elvar OTL o1 TANPOQOPIES TOV KATOYPAPOVTOL
o010vg Kmotkovg ICD-10 amd tovg MAEKTPOVIKODS QAKELOVG VYEING UTOPOLV VO TOPEXOVV
ONUOVTIKES TANPOQOPies Yo TV TPOPAeym G vosov. [Todrég petafintég mov oyetilovron pe
TOVG TPOAVAPEPOEVTES KMOWKOVS ERPAvIoTNKAV LETAED TV 20 KOPLPAIWV YOPUKTNPIOTIKAV,
ocvunepthapfoavopuévav g AOIHMENG TOL OVLPOTONTIKOY GLGTNUOTOS, TNG GVYKOMNG, TOV
Bwpakiko TGHVOL, TOL ATOTPOGAVATOAGOD KO TNG VITEPYOANGTEPOAULIINGS.

Youmepacuatikd, emonuoiveror 0Tt 1 mapovoo Epguva givol TOAAG LVTOGYOUEVT] KOl
amoteel pio mpdOTN mpoomabel Yoo TN SHAEVKOVON NG TOAVTAOKNG oy€ong Hetad
YEVETIK®V, GUUPATIKOV Topaydvtov Kivoovoyu kol kodtkav ICD-10 yio v avdmntuén g
vooov Alzheimer. To povtédo Mrnyavikng MdaOnong mov dnpiovpyndnke ot cuyKeKPEVN
peAétn Pertiooe v axpifeia e TpdPAeyNg Tov Kivdvvov gppdviong g Nocov Alzheimer,
LE TNV OMOTEAECUATIKY OlEPEHVNON TOALVAPIOU®V TPOPAETTIKOV TOPAYOVI®OV Kol TOV
EVIOTIICUO VEMV YOPOUKTNPIOTIKAOV.

A&lomoldvtag TIC dSUVATOTNTEG TNG UNYXAVIKNIG HLAONo™MG, OTMC EI00UE KAl GTA TAPUTAVED
TAPOOEYILOTA ONUOGIEVHEVOV EPELVAV, Ol EPELVNTEG £YOVV KOTAPEPEL VO OTOKAAVYOLV
Kpoppéva potifa, vo tpoPréwovy Tov kivouvo acBeveldv Kot va avoiEovv TeEAKAE Tov dpopo
v TV €oTopkevpEVN WTpikt). H evoopdtmon tétoiwv teyvikov, tépa and 1 Pertioon g
KAVOTNTOG OVAALONG Ko EPUNVEINS TV YOVISI®UATIKMOV OEGOUEVOV, ETITAYVVEL Kol TOV pLOULO

OVOKOADYE®MY GTOV TOUEN. ZTO GUYKEKPIUEVO KEPAAOLO EEETACALLE OLUPOPETIKEG EPYOCIES TOV
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ATOTEAOVV TTAPASELY LA TNG OVUVOUNG KoL TNG EVEMEING TTOL TPOCPEPEL 1) UNYaVIKT Ldbnomn ot
yovidropotikny. Alyopifuol onwg ta Aévipa Amoeaong (Decision Trees), ta Nevpwvikd
Aiktvo (NN), SVM, Random Forest (RF) k.4. éyovv ypnoiponoindel amotelecpotiKd yio tnv
OVTILETMOTION SIUPOPETIKMV TPOKATGEMY GTOV TOUEN TNG YOVISI®WUOTIKNG Kot £xovv Bondnoet
omv &Eaymyn mOAITW®V TANpo@opltdv. Ta amoteléouato TV TOPATAVED EPYUCIDV
KOTOOEIKVOOVV TNV IKAVOTNTA TOV LOVTEA®MV UNYOVIKNG Labnong va TpofAéyouy ue akpifeta,
va TaEIVOUN GOV Kot Vo amokaAvyouy véa potifa. H emioyn tov pétpov amddoong Kot Tov
TEYVIKAV YIVETAL OO TOVG GLYYPOPELG AVAAOYOL LLE TOVG GTOYOVG TNG HEAETNG, AVASEIKVOOVTOG
TN OMULOGI0 TPOGOUPUOGUEVOV TPOGEYYICEMV KATH TNV EVOOUATMON TNG UNYXOVIKNG pdbnong
o1 Yovidtwpatiky. Kabmg cvveyilovpe va dtepguvolpe kot vo EATIOVOVUE TIG EPAPUOYEG TNG
UNYOVIKNG LABNONG GTY YOVIOI®UATIKY, EILOGTE ETOLOL VAL KAVOVLE CTLLOVTIKA Brpoto otV
KOTAVONGoT TNG TOAVTAOKOTITOC TOV YOVIOIMUOTOC KOl VO, LETOUPPACOVUE QTN TN YVAOOT GF

amtd oPEAN Yo TNV avOpdmTIVN VYEiaL.

4.10 TIp6Preyn avtomokpiong otn ynueodepameio pe povrédo Mmnyovikng
Mabnong

H pelétn pe titho «Machine learning-based models for genomic predicting neoadjuvant
chemotherapeutic sensitivity in cervical cancer» onpoctevtnke otig 16 Iavovapiov 2023 and
tovg Lu Guo, Wei Wang et al. £1630¢ tg cuyKeKpuévng HEAETNG NTOV 1) EQOPUOYT HOVTEL®V
uNYoviknG padnong, kol mo ocvykekpiuéve tov povrédov Random Forest (RF), yw
yovidiopatiky TpoPreyn g evatcbnoiag ot veo-emkovpikn ynueodepaneio (Neoadjuvant
Chemotherapy, NACT) og aoBeveig pe tomikd Tpoy®pnuévo KapKivo TOV TPOYHAOL TNG
untpog (Locally Advanced Cervical Cancer, LACC). To povomdtt PI3K/Akt, to omoio
gUmAEKETAL OTN PLOUIOTN TG AVTIOTOONG OTN VEO-EMIKOLPIKY ynueobepaneio pe Paon v
mlotiva oe oaoBeveig pe LACC amotélece kevipikd ompeio. Ot povovoukAgoTidkol
nolvpopeiopoi (SNPS) ypnoyomomfnkay yio va avtikatontpicovy T POCIKH YEVETIKN
JtakvpoveT HeTaEd TV atopmv. Zuvoyilovtag, 0 6Ttdyog TG HEAETNG NTav N TPOPAEYT TV
SNPs ov oyetiCovtot pe v avOeKTIKOTNTO 6T VEO ETIKOVPIKN Ynueobepaneia pe fdon tnv
mAativa ypnoonowdvrag to povtého RF (Guo et al., 2023).

2t ovykekplévn peAétn ovppeteiyav cuvolkd 259 acBeveic mov dayvdoTNKOV LE
TOTIKA TPOYMPNUEVO KOPKIVO TOV TPOYNAOL TNG UATPOG Kol TTO GLYKEKPIEvVE otadiov 1B2-
1B pe Bdon ™ Aebvi) Opoonovdia IMvakoloyiog kot Magvtikng (International Federation
of Gynecology and Obstetrics-FIGO). Ot aoBeveic avtoi vmopinbnkav ce Oepomneio. 61O
People’s Hospital tg emapyiog Gansu kot oto First Hospital kv Second Hospital tov
[Mavemotpiov Lanzhou omd tov Noéuppro tov 2010 émg tov IovAo Tov 2012. Ta kpripla
évtaéng tov acBevov Nrav 0Tt dev elyav AdPet kKapio aviikoapkivikn Oepaneio mptv amod ) véo-

EMKOVPIKT yMuetodepameio, OTL 0 KOPKIVIKOG 1610 emPeformOnke g TAOUKMOEG KOpKIvOLQ
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amd EUmEPOVS YLoTpovS, OTL ot acbeveic dev elyav GAAeg kakondelg vocoug 1 coPapég
EMUTAOKEG Kal OTL LVTOPANON KAV o€ TEPIOTOTEPOVG 0md 6VO KOKAOLG ynueodepomeiog.

v mopovoo peAETn ypnowwomoidnke 1o povtédo Random Forest. Ot aoBeveic
yopiomkav ce dVo ouddeg pe Pdon g aviomdkpion tovg oty ynpeobepaneia: 168 oty
opada wov elye amotéleoua kot 91 oty avamoteleopatiky opddo. Xpnooromdnkay 24
SNPs ®¢ yopaxtnplotikd 7y NV eKmoidevon Tov HOVIEAOL omd TO  HOVOTATL
PTEN/PI3K/AKT kot 1 omovdotdtnta KGbe yopakTnploTikod vroloyiotnke pe t uébodo
Mean Decrease Impurity (MDI). Meta&d tov 24 SNPS tpeig cuykekpiuéveg moporiayés (Akt2
rs4558508, Akt2 rs7259541, Aktl rs1130233) avayvopiotnKov ¢ Ol TO GNUAVTIKEG TNV
wpoPreym ¢ avamotedecpatikottog s NACT. Awoumotdbnke 6t o1 acbeveig pe tomkd
TPOYWPNUEVO KAPKIVO TOV TPOYNAOL TNG UNTPAG TOL ElY0V GLUYKEKPLULEV YEVETIKT GUVOEST
ywo. o SNP Akt2 rs4558508 (etepolvyo GA, dnradn 6tov Eva aAANAOLOPPO ElYaV Yovavivn
Kol 6TOV GALO adevivn) elyav peyoddtepn wHOvOTNTO VO UV avTomokplovv Kohd otnv
ynueobepaneio. To yovidwo Akt, 10 omoio amoterel pépoc tov povomatoy PIZK/Akt,
avayvopiotnke o¢ KpIGLo yovidto yio v TpoPAeyn Tov TpOTOL e ToV 0moio ot acBeveig Oa
avtamokpivovtayv o€ évayv cuykekplévo Tomo ynuetodeponeiog (NACT pe faon v mhativa).

H peién ohoxAnpovetal e TNV TPOOTTIKN OTL va T€TO10 anAd povtédo Bo pmopovoe va
BonBnoet KAvikovg ylotpohs Kot QopraKoTolong Vo TPOPAEYOLV TV aVTATOKPLOT| GTN VEO-
emkovpkn ynueobepaneio pe Poon v mAativo tov acBevdv pe TOTKG TPOY®PMULEVO
KopKivo TOV TPayNAOL TNG UNTPOAG TPV OO TNV YOPNYNON, MGTE VO ATOPVYOLV TNV OOTVY {0
g Oepameiog N ovemBOUNTES EVEPYELEC KOL VO TPOYWPNGOLY GTNV E£POPUOYT Yo pia

eEatopkevpévn mpocéyyion ot Bepaneio Tov kapkivov.
4.11 TIp6PAreyn TG 00TIKNG TLKVOTNTOG HE HeBOdovg Mnyavikng Mdabnong

To apBpo e titho «Machine learning approaches for the prediction of bone mineral density
by using genomic and phenotypic data of 5130 older men» dnuociedtnke otig 24 PePpovapiov
2021 am6 tovc Qing Wu, Fatma Nasoz et al. H cuykekpuuévn HEAETN EMKEVIPOVETOL GTN
xpion peBodwv Mnyavikng Mdabnong vy v mpoPAeyn NG OCTIKNG TUKVOTNTOG
YPNOLOTOLDVTOG YOVISIOUOTIKA Kot @avotumikd dedopéva (Wu et al., 2021).

Ta dedopéva mponbov amd tmv MrOS (Osteroporotic Fractures in Men Study) kot
nephdpPavay 5130 avopeg Tovddyiotov 65 etdv Kupiwg Kavkdasiovg (90%) mov dev elyav
voPAnOel oe apeimievpn avTKaTdoToon 6YIoL KATd TNV €l0000 OTN HEAETN KOl NTOV
nepmaTnTIKOL (Kot T StdpKela TG voonieiog Tovg oev Elevay 61o vocsokopeio). Ta dedopéva
YovOTLTTOL Kot pavotuov tov MrOS avoktiOnkay amd v dbGaP (database of Genotypes
and Phenotypes). To Genetic Risk Score (GRS) vmoloyiotnke yio kabe coppetéyovio
ypnowonowwvtag 1103 SNPs mov oyetilovrtal pe TNV 06TIKY TUKVOTNTO, TOPEYOVTAG £VOL EVIOIO0

pétpo mov AauPdver voYv TN cLVOLOCUEVT] EMOPAC] TOLG. AvTd €ytve peTd amd Evav
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OAOKANPOUEVO VTTOAOYIGHO T®V YovoTumv (genotype imputation). ‘Enetta and eneéepyacio
KOl GUYXDOVELGT TV OEO0UEVAV, Ta ddopEVA YwploTNKav 6€ cUVOLO ekmtaidevong (80%) kat
oLvoro dokung (20%).

Ot petpnoelg mov Eywvav Yo TV 06TIKN TukvOTNTo TEPILOUPEvouy S169popeg OKEAETIKEG
TEPLOYES, OMWG TOV OVYEVO TOV UNPLEiov 06TOD, TNG GIOVOVAIKNG GTHANG Kol Tov 1oyiov. Ot
TPOYVOOoTIKOl Tapdyovieg meptlapupavoyv 1o GRS, v nikia, ™ @LAR, T0 copatikd Pdpog
K.0. Xpnowporomdnkay d1apopa povtéia punyaviknig uabnong, énwmg Linear Regression, ue
TPELG OLPOPETIKEG TAPOUAAAYEC AVAAOYO TNV TEYVIKY] CLPPIKVMOCNG TOV YPNCLOTOOnKe
(Lasso Regression, Ridge Regression, Elastic Net), Random Forest, Gradient Boosting kot
Nevpovikd Aiktvo. o kdBe poviédo pnyovikng pddnone, SoKipwdotnkay OlopopeTIKol
GLVOLOGOT VITEP-TOPAUETP®V GTO. GUVOAN EKTOIOELONG Y10 VO SOLUOPPDOGOLY TO PEATIGTO
povtéro. Ta 1 Peitotonoinon TV mopapétpov  ypnowomomdnke  10-mhacio
dtaotavpodpevn entkpmon. To péco tetpaymvikd opdipo (MSE), to péco andivto cedipa
(MAE) kot 0 cuvteleoTiig Tpocdilopiopod R? ypnotpomomfnkay yioo v oflohdynon mg
anddoong Tov povtédov. I'a ) ovykplon TV pHovtéAmv ypnoyonoincay exiong to Wilcoxon
signed-rank test ywo va e€etdoovv ™ dapopd oto MSE 1 MAE peta&d tov poviélmv
pNyovikng padnong.

Otav ypnopworombnke 1o Genetic Risk Score (GRS) ®g yevetikdg mpoyvwoTiKog
TAPAYOVTAS OTO HOVTELD, Ol €MOOGES OAMV TOV HOVIEA®V UNYXOVIKNG HEOnong kot g
YPOUUKNG TOAVOPOUNGNG oTNV TPOPAEYT TNG OCTIKNG TLKVOTNTAG NTOV Topduoteg (oto
ovvoro dokiung to MSE kot to MAE 1jtav mapopowa petald dhwov tov povtédwv). Otav €ytve
avtikotaotaon tov GRS pe 1103 pepovopéva SNPS o¢ mpoyveotikovg mapdyovies, to
novtéAa eiyov pikpotepo MSE 610 6hvoro 5£d0UEVEVY Kot GUVETMG Y0V CTUAVTIKA KOADTEPT
andooon amd TN YPUUUIKY] ToAvOpOUnon. Meta&d OAMV TV HOVTEA®V UnNYaviKnig nddnong
Tov ypnotporombnkav to povtéro Gradient Boosting Bpébnke va givar to kakdtEPO oTNV
npoPAey”n TG ootikng mukvotntags. Eixe to youniotepo MSE koaw MAE kot tov vynidtepo
GUVTEAEGTI] TPOGILOPIGHOV.

Ta onuavtikdtepa copmepdopoto g peAétng eivon 0Tt n Tpooéyyion Gradient Boosting,
otav cuvovaletar pe pepovopéva SNPs og¢ mapdyovieg mpoPieyns Kot Aapfdvoviag vmoy
mv oAnienidopaon tov SNPs, pmopel va mopéxer akpiPéotepn mpoPAeyn G OCTIKNG
mokvotrag. EmmAéov, o1 dvo petpikég, 1o MSE kot 10 MAE, mov ypnoipomomdnkay yio va
eetaotel kot va ovykplel n axpifela mpoPAeyng TV HovTEA®Y Tov avartuydnkay, £Edmoay
ouveny eupnuate  HeTay TV avaAvcewv. EmmAéov  aviivon TtV ded0UEVEDV
TPAyHOTOTOMONKE EEYWPIOTA Y10 TNV OCTIKH TUKVOTNTO GE TPEIS SLUPOPETIKEG CKEAETIKES
TEPLOYEG KOL TO, OMOTELEGLOTO )TV GUVETT GE OAEC ALTEG TIC TEPLOYES. Me T yp1ion Tov un
napapetpikod teot Wilcoxon signed-rank dtacporiictnke 4Tl 1) KOTAVOUN TOV OEOOUEVOV EV

TPOKAAOVCE LEPOANYIO GTOL ATOTEAEGILOTO TOV GTOTIGTIKOV EAEYYOV.
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Ymv mapovoo perétn tovifovior emiong ot meplopiopotl g, Kabdg to péyebog tov
delypotog Oempnnke oyetikd pikpd yioo pebddove unyavikng padnonc. Kdamoteg petafintéc
dgv Ntav S100EGIEG GTO GUVOAD UETAPANTOV KO 1] ATOVGI0 TOVS EVOEXETOL VO EMNPENCE TNV
amodoo™ TV HoVTEA®V TPOPAeYNG. Ta evprHaTa EVOEXETOL VO UMV UTTOPOVV VO YEVIKELTOVV
o€ yuvaikeg, vedtepa dtopo N GALeG eBvikOTNTES KAOMDS TO detypo NTay TOAD GUYKEKPLUEVO.
Eniong ta mo ondvia SNPS givatl Aryotepo mbavod vo cupmeptAnednkov ot povieAomoinon
kaBmg avtd mov ypnowomomdnkay eviomiotnkav omd pio peaétn GWAS mov cuviBmg
AVOKOAVTTEL KOWEG TOPOALOYEG Kot Oyt omavies. H pedétn £0e1&e 0Tt o1 TeVOAOYIEG UNYOVIKTG
paonong amodidovv kaAvtepa amd TIg ovuPatikéc peBddoVS Yo TV TPOPAEYN TOGOTIKMV
YOPOKTNPIOTIKOV 6€ cVVOETA 0EdOUEVA TTOV TTEPIAAUPAVOLY HEYAAD OPOUO YOVIOIOUATIKMOV

TAPOAAAYDV OG TPOYVAOCTIKOVS TAPAYOVTES.
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Kepdioto 5
Epoppoyég

5.1 Xxomd¢ NG avAAVoN G KOl AVAKTIOT T®V 0E00UEVOV

210 TapOV KEPAANLO YIVETOL OVOAVOT) KoL EPUNVEIN TOV OTOTEAEGUATOV TOV TNPOUE OO
mv ene€epyacio TV dedouévmv Tov avokthinkay omd v ceiida cBioPortal for Cancer
Genomics. To ohvolo dedouévmv mov mAEYONKE TPOEKVYE OO TNV HEAETT TTOV SNUOGIEVTNKE
oto Cancer Discovery tov NoéuBpio tov 2023 pe titho «Molecular Characterization of
Endometrial Carcinomas in Black and White Patients Reveals Disparate Drivers with
Therapeutic Implications». O kopkivog Tov gvdountpiov omoTeLEl TOV £KTO 7O GLYVA
enPaviCopevo kapkivo oTig Yuvaikeg ToyKOGHIO VD OmOTELEL TOV OEKATO TEUTTO GLYVOTEPO
gpeoviCopevo kopkivo ouvorwkd (World Cancer Research Fund International, y.y.). Ztoyog tng
TapovooS aviilvong etvatl 1 TPOPAEYN HOPLOK®OV VTOTLTOV KOPKIVOL TOV EVOOUNTPIOL 0o
YOVISIOUOTIKG Kol KAk dedopéva pe yprion aAyopibumv unyovikng pddnong. H avdivon
TOV 0£00UEVAOV YOl TNV TOPOVGH SITAMUOTIKY EPYOGIO TPUYLOTOTOWONKE XPNCULOTOIDVTOG

™V YAOGGo Tpoypoppaticpod Python, evtog tov mepifdiiovtog avdmtuéng Jupyter Notebook.
5.2 Teprypaen apytkod GLVOAOV OESOUEVMV

Ao 10 apykd cvvoro apyeiwv mov mpoiékvye amd TV Tpoavapepbeica Epevva, otV
mapovca  aviilvon  ypnowomombnkav  ta.  apyeia  «data_clinical_patient.txt»,
«data_clinical_sample.txt» kot «data_mutations.txt». To tpio. avtd apyeio mepiéyovv 1060
KAvikd 660 Kot yovidtwpotikd dedopéva yro 1882 acbeveis. Mo cvykekpipéva, 1o apyeio pe
titho «data_clinical_patient» mepiéyel Snuoypapikég TANpoQopieg GYETIKA e TOVG aobeVEic,
CUUTEPIAOUPOVOUEVOV TOV HOVOIIK®OV OVAYVOPICTIKOV TOVG, TNG QUANG TOVG KOl TNG
ebvikomtag tovg. To apyeio pe titho «data_clinical_sample» meprypdoer Aemtopepmg to
KAMvikd  Oetypota mov  cvAAéyovior amd Tovg acbBeveic meprlapPavovrog  didpopa
YOPOKTNPLOTIKA, OTMG aVAyVOPIOTIKA OelyIaTog, 16ToAoYio Olypatog, Hoplakdg vtdTLTOG,
tomog Oetypotog k.0. To ovykekpévo apyeio eotialel ot maBOAOYIKEG Kol KAVIKEG
AETTOUEPELEG TOV OELYHATOV OV CLAAEYOMKAV Yo avdAvon. Téhog, 10 apyelo pe titho
«data_mutations» givai meptektikd Ko amaptOpel TIC YOVISIUKEG LETAALAEELS TTOV EVTOTIGTNKOV
ota octypota. [eprhopPdvel oTALES e avayvEOPIOTIKA YOVIdi®V, AeTTOUEPELES LETAANAEE®MY
K.6.. TPOCOEPOVTOG 0L OALOKANPOUEVT] EIKOVA TOV YOVISI®UOTIKOD TOTIOV TNG £V AOY® VOGOV.
Apywd amod o dvo TpdTa apyeio xpnoomodnikay 6Aeg ot drobéoieg peTABANTEG 01 OTolEg
aVOPEPOVTOL KOL OVOADOVIOL GTOV TOPOKAT® TivoKo. ZVYKEKPIUEVA Y. TO opyeio
«data_mutations» ypnoipomomOnke évo vVITOGHVOLO TV dlaOEcIUOV HETAPANTOV Kot 01 Adyot

Y10l TOVG OTTO10VE AV TO ATMOPAGICTNKE AVAPEPOVTOL GTIV EMOLEVT] DVTOEVOTITO. LVVETDS, GTOV
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TOPOKATO TIVaKO ovopEpovtatl Ldvo ot PeTaANTEG ov gv TéAEL BepnOnkay ¥pNoEG OTNV

avéivon.
1 PATIENT_ID Movadikog avayvwpLoTikd yia kdBe aoBevr
2 RACE DUl aoBeviy
3 ETHNICITY EBvotnTa 010Bevn
4 SAMPLE_ID Movadikd avayvwpLoTiko yLa kabe KAVkO Selypa mou éxet cuMeYBel amd Toug aoBeveig
5 HISTOLOGY AvadépeTat GToV TUTO TOU KAPKIVOU e BACN TNV EUGAVLON TWVY KOPKLVIKWY KUTTAPWY
6 MOLECULAR_SUBTYPE Katnyoplomoinon tou Selypatog BACEL LOPLAKWY KAt YEVETIKWY XOPOKTNPLOTIKWY
7 SAMPLE_TYPE Neplypddet edv to Selypa mpogpyetal anod npwtonadn dyko, petdotaon f Ao
8 SOMATIC_STATUS AnAwvel 6L ot petaMGEeLS eival emikTnTeg.
9 ONCOTREE_CODE Kw8LKOG TOU QVTUTPOOWITEVEL TOV CUYKEKPLUEVO TUTIOU Kapkivou cUpdwva pe To cuotnua tafvopnong OncoTree
10 CANCER_TYPE levikn katnyopia kapkivou
11 CANCER_TYPE_DETAILED Mo Aemtopepng Ta€opunon Tou TOTOU KapKivou
12 GENE_PANEL Avadépetat ota cuykekpipéva avel aAnAoUxLonG yovidiwy mou xpnotpomotfnkay yla thv avaAuen Twv YeVETKWY PeTaMMAtewy
13 TMB_NONSYNONYMOUS To petaMaktikd doptio tou dykou
14 Hugo_Symbol SUpBoAo Tou £xeL amoSoBel ota yovibia and Ty emtporny ovopatoloyiag yoviSiwv HUGO
15 Chromosome To XpwHoowHa oy Bpioketat n petdAhagn
16 Consequence OL EMUTTWOELS TG HETAMAENG
17 Variant_Classification Neplypddet Tov poPAENOpEVO avTiKTUMO Twv HETAMAEEWY 0TN AELTOUPYia TWV MPWTEIVWV
18 Variant_Type KatnyoplomoLet Tig yevetikég aAoLwaeLg e BAan Tig Sopke Toug emmtwaoel oto DNA (SNPs,insertion k.
19 Tumor_Sample_Barcode Movadikd avayvwpLaTiko yLa To Seiypa dykou ato omoio Bpébnke n uetdAaén
20 Mutation_Status Npoodlopilel edv ot peTaMAEELS ival emikTnTeg
21 MUTATION_EFFECT Neplypddet v Aettoupyikn enipacn tng petdAagng oto yovidlo
22 ONCOGENIC Aciyvel av n petdMagn cupBaMeL otnv eEEMEN TOu Kapkivou
23 VARIANT_IN_ONCOKB Asiyvel edv n ouykekpiuévn mapodhayr nepthapBavetot otn Bdon Sedopévwv OncokB
24 t_ref_count Metpdel mooeg dopég epdaviletat ol ahnrouxieg DNA tou dykou n mio cuxva epdavidopevn arnrouyia (aAnAdpopdo avadopds).
25 t_alt_count AvtutpoowneVeL Tov aptBpd Twv arnAouytwv DNA Tou dykou ou Tieptéxouy tn petaMaypévn ekdoxn evog yovidiou (evalaktikd aMnAdpopdo).

[Tivaxag 5.1. Tleprypooen petafintmv

5.3 Ilpoenelepyacio Kot TpoeTOLOGIO SESOUEVDV

H mpoenelepyacio Kot TpoeTOUAGIo TOV OEO0UEVOV OmOTEAEL £va Kpioio Prpa yio TNV

dwdkacio avdAvong 0edoUEVOV KOl Yol TNV COGCT €QUPUOYY] OAYOPIOU®OV pNYOVIKNG
péonong. Avtd 10 61ad0 eotidlel otV enelepyacio TOV OEOOUEVOV TPV TNV EPAPLOYT
HoVTEL®V pe 6TOY0 NG Pertioon ¢ moldTTaG KOl 0EOTIOTING. ZVVOAMK(A To frjpato Tov
akolovOncape Bonbovv oy Pertioon TG amdd0onS TV LOVIEA®Y KOl GTNV OTOQLYT TUXOV
TPOoPANUATOV TOV popel Vo TPOKOHWYOLV KATE TV avOAVOT).

O mpotapykds o©T10Y0G TG TOapovoas avdAvong, dedopévng g VmapEng TPUOV
OLPOPETIKDOV apyei®V, NTAV 1 EVOTOINGYN TOLG GE £vol KEVIPIKO apyelo, TPOKEUEVOL Va
OLYKEVIPMOOOLUE OAEC TIC TANPoopieg o€ pio eviaio Pdorm. Avtdg o o1dyog emitevyOnke
apywkd pe v évoorn tov apyelov «data clinical sample» ko «data clinical patienty,
YPNOOTOIDVTAG ®G KON Bdomn ) omin «PATIENT ID». Agdopévov Ot k4B eyypapn e
avTA TOL apYEla avTIoTOL0VoE GE £val Oetypa/acBevi), 1 cuyy®vevon ntav dueon. To emduevo
Brua apopovce TV evompdtmaon tov Tpitov apyeiov, 10 omoio meptAapfdvet Tig LETOALAEELS.
AO6Y® ToV OTL KGOE YpapU 6€ AVTO TO OPYEI0 OVTITPOSMTEDEL P SPOPETIKN HETAAAAEN,
NTav aropaitnTn N dtceiiion 6t Bo vdpyet pio eyypoen yio Kabe detypa tpog avaivon. To
OLYKEKPIEVO apyeio amotedel Eva ovvOeTo apyeio pe 15228 ypoppéc ko 150 otiieg, 6mov
KaOe ypopuun avimpocsonedel KaOe LETAALAEN TTOL aviyvevdnke. Eckivavtog TV eneepyocio

OV 0pyeiov pe oKomd TNV EVOTOINGCT TOV OEO0UEVDV, Elval oNUAVTIKO va EAEYEOVE KoL VoL
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OVTILETOTIGOVE TUYXOV EAAEITOVGEG TYES. ZTOV TOPAKAT® TivaKo €0TIALOVUE OTIC €1KOOL

TPMOTEG GTNAES LLE TO VYNAOTEPO TOGOGTO EAAELTOVGOV TILAOV TTOL PTaveL To 100%.

ExAC_AF_SAS 100%
ExAC_AF 100%
Feature_type 100%
Feature 100%
FILTER 100%
Existing_variation 100%
MOTIF_POS 100%
ExAC_AF_OTH 100%
ExAC_AF_NFE 100%
ExAC_AF_FIN 100%
ExAC_AF_EAS 100%
ExAC_AF_AMR 100%
ExAC_AF_AFR 100%
EXON 100%
CANONICAL 100%
EUR_MAF 100%
ENSP 100%
EA_MAF 100%
EAS_MAF 100%
DX_CITATIONS 100%,

Iivaxag 5.2. MetafAntég pe mocootd eldemovcmv tipnmv 100%

AmoTOGOUE TOS APKETEG GTNAES ERPAVICOVY VYNAO TOGOGTO EAAELTOVGOV TIUDV. META
and Aemtopepn o&loAdynom, amopacicape vo oamopakpivovpe apywkd ekeiveg pe 100%
OTOLGI0 OEOOUEVMV, LELOVOVTAS TOV oplBud TV otnAdv Katd 104 kol KataAnyovtog o 46
omheg. EmmAéov, otoyedovtag oty tepattépw PeATIoTOmoinom Tov GLVOLOL SESOUEVOV Kot
QoL TOPATNPNOAUE OO POIVETOL KOl GTOV TOPOKAT® Tivoka OTL CLVELIGAV VO VITEPYOLY
OTNAEG HE LYNAO TOGOCTO EAAEIMOVCOV TW®OV, TPOPNKAUE OTNV a@aipeon ekelvav pe
T0G00TO LeyaALTEPO TOL 50%. H mpocéyyion vty Paciotnke oty mopadoyn 0t n aglomictio
KoL €YKVPOTNTO TV TOPICUATOV TPOKVTTEL OO £VOL GUVOAO JEOOUEVMV TTOL YopakTnpileTon
and TANPOTNTO. ZUVETMG UETA TNV OQOIPEST] TOV GTNA®V TO TEAIKO GUVOAO OEOOUEVOV

neplopiotke o€ 36 otnheg amd Tig apykéc 150.

LEVEL_3A 99.64%
ALLELE_NUM 97.01%
IS_NEW 93.73%
LEVEL_3B 88.30%
1S.A.3D.HOTSPOT 84.43%
LEVEL_4 77.65%
TX_CITATIONS 66.07%
HIGHEST_LEVEL 65.92%
IS.A.HOTSPOT 65.05%
dbSNP_RS 50.32%

ITivaxog 5.3. MetafAntég e vYnAd m0606Td EMAEITOVCHOV TIHMV (>50%)
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Metd 1 Jdwdikacio a@aipeong OTNAGV HE LYNAO TOGOCTO EAAEUTOVOMV TIU®MV,
TPOYMPNOAULE OTNV EEQYMYT| TEPLYPOUPIKMDY CTUTICTIKMV Y10 TIC EVOTOUEVOVCES LETOPANTES.
Avtd éywve pe otoxo ™ Pabvtepn Katovonon TG SOUNG Kol TOV YOPOKTNPLOTIKOV TOV
dtbéoiov cuvorov dedopévav. Ot TEPLYPOPIKEG CTUTIOTIKEG TOPEYOLV L0 GO EKOVO
OYETIKA LLE TNV KATOVOUT], TO €0POC KOl TIC TACELS TOV OeSOUEVOV KOl TAPOLGLALOVTOL GTOVG

TOPOKAT® TIVOKES.

Hugo_Symbol 15228 297 PTEN 1421
Center 15228 1 MSKCC 15228
NCBI_Build 15228 1 GRCh37 15228
Chromosome 15228 23 10 1785
Strand 15228 1+ 15228
Consequence 15228 39 frameshift_variant 5316
Variant_Classification 15228 13 Missense_Mutation 5456
Variant_Type 15228 6 SNP 9276
Reference_Allele 15228 652 C 5196
Tumor_Seq_Allelel 15228 652 C 5196
Tumor_Seq_Allele2 15228 181 - 4336
Tumor_Sample_Barcode 15228 1866 msk_ec_anc_1832 71
Validation_Status 15228 1 Unknown 15228
Mutation_Status 15228 2 SOMATIC 15185
Score 15228 1 MSK-IMPACT 15228
HGVSc 15169 7074 ENST00000378444.4:c.4376A>G 163
HGVSp 14381 6061 p.Asn1459Ser 163
HGVSp_Short 15169 6505 p.N1459S 163
Transcript_ID 15228 297 ENST00000371953 1421
RefSeq 13896 274 NM_000314.4 1421
Codons 14396 1608 Cga/Tga 1267
Exon_Number 14496 818 5/9 579
GENE_IN_ONCOKB 15228 1 TRUE 15228
MUTATION_EFFECT 15228 8 Likely Loss-of-function 10321
MUTATION_EFFECT_CITATIONS 14418 829 21900401;24899687;22009941;25625625 1116
ONCOGENIC 15228 4 Likely Oncogenic 11815
VARIANT_IN_ONCOKB 13896 2 FALSE 8252
Annotation_Status 14396 1 SUCCESS 13056,

Iivoxag 5.4. Tleptypapiki GTOTICTIKN Y10 KOTNYOPUKEG LETAPANTEG

Entrez_Gene_Id 15228 39600.14 1,62E+12 0.0 4087.0 5728.0  8289.0 100048900
Start_Position 15228 73275980 5,22E+13 223624.0 30070120.0  65325830.90958410. 2,4168E+08
End_Position 15228 73275990 5,22E+13 223624.0 30070120.0  65325830.90958410. 241675320
t_ref_count 15228 433.445 229.918 1.0 269.0 404.0 562.0 3407.0
t_alt_count 15228 131.892 129.793 8.0 51.0 96.0 173.0 4313.0
n_ref_count 15228 477.965 201.265 0.0 336.0 452.0 590.0 1590.0
n_alt_count 15228 0.506 1.443 0.0 0.0 0.0 0.0 34.0
Protein_position 15173 668.416 740.446 1.0 173.0 411.0 936.0 5527.0

[Tivaxag 5.5. Tleptypa@iki GTATIGTIKY Y100 TOGOTIKEG HETAPANTESG

270 €MOLEVO GTAO10 TNG AVAALONG LG, EGTIALOVUE GTNV KAADTEPT KATOVONGT] TOL GLVOAOV
O0edOUEVOV HECO OO TNV OTTIKOTOINGN EMAEYUEVOV LETAPANTOV e xprion Ypaonudtov. H
dwdwoacio oty evtdoceTon oe pia vpOTEPN OVOALTIKY Tpoomdlela, HEGHD TNG OmOiog

emdLOKOLUE TNV e€epedivnon Kat aviAvoT TV dedopévev og peyarbtepo Pabog.
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Distribution of Variant Classifications
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Zynue 5.1, Katavopn g petafintng Variant Classification

270 ToPOTAve pafdOYPaiLo ToPOVCIACETOL 1| KATAVOUT TV TOEVOUNCEMY TMV YEVETIKOV
TOPOAAYDV TTOV EVIOTIGTIKAY GTO GUVOAO OEG0UEVAOV. ZVUVOAKE TO YPAPN L0 VTTOOEIKVIEL VL
evpd Qdopa TOTOV UETOAAAEE®MV e EMKPATNON TOV UETOAAAEE®V TOL UTOPOLV V.
petofdlovy onuavtikd ™ Aswtovpyia tov mpwteivov (Missense Mutations, Frameshift
Mutations) ernpedlovtag cuyvd v Topeia TG VOGO,

Top 30 Genes by Mutation Frequency
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Zynue 5.2. Katavopn g petafintig Hugo Symbol

Y10 moapomdve poPodypappo omewkovilovtar too Tpdvta yovidio pe TV vynAdTEP
ovyvomnta petodddewv. Kabe papooc aviumpocwmedel €va dapopetikd Yyovidlo (mov
avayvopiletar and 1o ocvpporo Hugo). To yphonuo mapéyel (oo OnTIKY 1Epdpynon tov
YOVIOI®WV OV UETOAAAGGOVTIOL GLYVOTEPO KoLl OVOOEIKVOEL TNV KOTOVOUY TMV YEVETIKOV
petafolmv o€ dtdpopa yovidia.



Distribution of Mutations Across Chromosomes
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2ynue 5.3. Katavopn g petafintig Chromosome

270 TOPATAVE® YPAPN LA OTEKOVICETOL 1) KATAVOUN TV LETOAAAEE®V GTO YPOUOCHOLATO.
H ocvykexpévn anewcovion Ponbd 6tov EVIOMIGUO YPOUOCOUATOV LE DYNAOTEPO POPTIO
UETAALAEEWV.

Top 20 Mutation Consequences
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2ynua 5.4. Kotovoun g petapantmge Consequence

To ovotépo paPdodypoppo  oametkovilel TIC €1KOOL ONUOVTIKOTEPEG GULVEMELES TOV
petaAlGEewV mov gvtomiotnKov oty avaivon pog. I[Hopatnpodue OtL T00 dedopéva
yapaxtnpifovral kuping amd v enkpdnon tpudv cuvenewwv (frameshift variants, missense
variants ko stop gained mutations). Avtoi ot TOTO1 EVOEYOUEVMG Va. EYOVY 0VGLMON ENLOPAOT|
oV mafouciodoyio TG VO HEAETT VOGOV, TAPEXOVTS TANPOPOPIES Yo TNV AVATTLEN Kot
e&EMEN s,

210 TAoio10 TNG EMOIMENG UIOG ECTINGUEVNG KOl OTTOTEAEGLATIKNG AVAAVON G, EYIVE EMAOYY|
OVYKEKPIUEVOV LETARANTOV pe Baom TNV €£ETAOT TOV TANPOPOPIDY TOV TPOEKLY OV TOGO OO

TNV OTTIKOTOINGN TV 0EOOUEV®V, OGO Kot amd Ta TEPLYPAPIKA péTpa. [ v amotinwon twv
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Bacikdv PBroAoyik®v TANPOPOPIOV KOl Tr STNPNoN €VOG €0YPNOTOV KOl EGTIAGUEVOL
GLVOAOVL, TPOYMPNCOLUE CTNV APAIPEST KATOI®V EMTAEOV GTNAGV OATNPOVTAS OVTEC TOL Oa
umopovcov vo GUUBAAALOLY TN dnpovpyia evOg YoVISIoUATIKOD TPoPih Yia KaOe delypa. Ot
peTafAnTég mov ev TéAEL SatnpnONKav omd T0 GLYKEKPIUEVO apyeio Exovv Teplypael oTOV
IHivako 5.1.

IMa va evBuypoppiotel To0 GOVOLO dEGOUEVOV LE TIC LETAAAAEELS [LE TNV OOUT TOV KAVIKOV
apyelmv Kol vo LTopEGEL va YIVEL 1] TEMKT EVOOT, ETPETE VO GLUTLKVMOBOVV 01 TANPOPOPIES
€101 ®oTe KOO delypa va avTioTol el 68 (o povo yypar|. Me yvapova Tig petafAntég mov
SlTNPNGAE, INUOVPYNCOUE VEEG UETAPANTEG OV AVTIKATORTTPILOVY GUYKEVIPOTIKA TNV
TAnpopopia ylo KaOe detypa.

AoV opadoromoaype to dedopéva pe Paon v petaPintr «Tumor_Sample_barcode», n
omoio. amoTeAEl TO HOVASIKO OVOyVOPLOTIKO Yoo TO Ogiypo Oykov oto omoio Ppébnke 1
petdArlaén, Tpoywpnoaue otn dnovpyio €61 vémv petafAntov. Ot véeg petafAntéc Kabmg
Kot 1 ene€Nynomn Tovg eaivovtol GTOV TUPOUKATEO TIVOK. XNUEIOVETOL OTL GUYKEKPULEVA Y10l
TOV VTOAOYIGUO NG VEag petafAntig VAF ypnoyoromOnke o mapoakdtw tOmoc.

t_alt_count

Variant Allele F VAF) =
ariant Allele Frequency (VAF) t_ref_count + t_alt_count

Mutation Count mutation_count 0 6uvoAKOG apLBAE Tw peTaldewy o aviyvelBnkav oto Seiypa dykou kdbe aoBevoug.

Unique Gene Count Unique_Genes_Affected 0 aptBpog twy Sladopetikwv yoviSiwy mou éxouv ennpeaotel and petaMagels, umodekvOOVTag T yevetikr moopopdia evidg tou dykou.

Top Consequence Count ~ Top_15_Consequence_Presence 0 aptBpog twy petaldgewy o kdbe Setypa ou avrkouy atoug 15 o kowou thnoug petahdewy oto o0volo Sedopévwy.

Chromosome Diversity  affected_chromosomes_count ApLBHOGC HOVASIKWV XPWHOOWUATWY TIoU eMnpedovat and petaMaAgeLs yia kabe Seiypa, umodetkviovtag T e§amwen Twv yeveTKwv aAAoLwaEwY.
Variant Group Distribution grouped_variant_counts (INDEL, Structural_Variant, SNP)  Karayetpd tic eudavioets kdbe opddag mou euneptéxetat otny petaAntd Variant_Type.

Average VAF Avg_Variant_Allele_Frequency AeiyveL v ouxvoTTa Twv HETaMAEEWY, UTOSELKVUOVTOS TOGK KAPKLVIKG KUTTapA IS dEPOUY uvABuWC,

ITivoxag 5.6. [eptypapn véwv petafAntov

‘Exovtag mpoetopdoel to 6OVOAO OdOUEVOV HE TIG UETOAAAEEIS, TPOYMPNCAUE TNV
OLYYADOVELCOT] TOL HE TO KAWVIKG dedopéva. Z1dyoc Omm¢ &xer Non oavoeepbel elvar va
EUTAOVTIGOVILE TO GUVOAO OEOOUEVAV, MGTE VAL GLVOLALEL KAVIKE KOt YOVIOLUOUOATIKA OE00UEVAL
v KaOe detypa. Evtomiomke o pikpn acvupeovio 6To GOVOAO TV SEIYUAT®V OV VINPYOV
oto. OVO opyela. Xvykekpuyéva vanpyov 16 avayvoplotikd dsiypotog to omoio. dgv
avTiototryovsav oe dedopéva petddraing. I'a vo avtipetonicovpe ovtod 10 TPOPAN L Kot Vo
SLTNPNGOVLE TNV OKEPALOTNTO TOV GLVOAOV EMAEEALLE VO SLATNPCOVLE OGEG EYYPOPES ElyaV
KAk aALG Ko yovidtopotikd dedopéva. To véo civoro dedopévav amotereitar and 1866
YPOUUES Kol 22 GTAAEG.

Ao €0® 1 avOAVGN CLVEYIOTNKE UE TO VEO GLYYX®VEVUEVO GUVOAO dedopévav. Katd v
e€TaoN  TOL  CLYY®VELUEVOL GUVOAOL  OEOOUEVMV, EVIOTICOUE OTL 1 HeTAPANT)
«SAMPLE_TYPE» mepieiye d00 elAeimovceg TIHES, OMMG POIVETOL GTOV TOPOKAT® TIVOKOL.
[Ma va to avtipetomicovpe avtd Kot vo SOTNPNGOVHIE TNV aKEPAOTNTA TNG AVIAVONG LG,

SIEPEVVIHGOLE TNV KATOVOUN TOV VTTaPYoVoaV Kataywpicemv «SAMPLE_TYPE», ) omoia pog
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odNynoce oV omdPAC HOG VO ATOOMCOLUE OVTEG TIG EAAEImMOVOEG TIES OoTN Katnyopia
«Primary», tqv o mibavi katnyopio pe Pdon 1o chvoro dedopévav pag. H dadikacio avtn

givon yvooti g Imputation.

PATIENT_ID

SAMPLE_ID

HISTOLOGY
MOLECULAR_SUBTYPE
SAMPLE_TYPE
SOMATIC_STATUS
ONCOTREE_CODE
CANCER_TYPE
CANCER_TYPE_DETAILED
GENE_PANEL
TMB_NONSYNONYMOUS
RACE

ETHNICITY
Tumor_Sample_Barcode
mutation_count
Unique_Genes_Affected
Avg_Variant_Allele_Frequel
Top_15_Consequence_Pres
affected_chromosomes_cc
INDEL

SNP

Structural_Variant

©Ooooooooolooooloo oo NOo oo

ITivaxog 5.7. ZOvolo EAMLETOVGOV TILOV GTO GLYXWOVEVHEVO GOVOLO SESOUEVMV

21 GLVEXELD TNG AVOALONG OlEVEPYNCOUE EAEYXOVS YLOL TNV OVIXVELOT OKPOI®V TIUOV.
Awmotocope, OTMG EOIVETAL KOt 0O TOV TAPOKAT® TivaKa, TNV TOPOLGIN OPKETOV TETOLWV
neputOcemv. Ot akpaies Tipes Wimg ota Proloykd dedopéva TOALEG POPEG EVOE ETOL VOL UMV
glval omoTeAEGUHOTA COOAUATOV KOTOXOPNONG N HETPNONG OAAG va avtikatortpilovv
TPOYUOTIKE  0cdopéva.  AgdOUEVIIG  TNG  TOALTAOKOTNTOG KOl TOIKIAOHOPQING  TOV
YOVIOIOUOTIK®OV OEGOUEVMV, 1 TASIVOUNOT] OLTAV TOV TYOV MG OKPOIimV 1 1 0paipeST] TOVG
Bo pumopovce EVOEXOUEVMOS VO OONYNOEL GE TOPAAELYT KPIGIL®V BLOAOYIKOV TANPOPOPLADV.
YVVENMG mOPOGIGTNKE 1 SLOTPNON AVTAOV TOV TIUOV, Kabdg Ba pmropodsav va mapdoyovv

TOAVTUYLES TANPOPOPIES Y10 TO YOVIOLOUOTIKO Kot KAMVIKO Tpo@id Tov dyKov.

TMB_NONSYNONYMOUS 166
mutation_count 169
Unique_Genes_Affected 219
Avg_Variant_Allele_Frequency 50
Top_15_Consequence_Presence 166
affected_chromosomes_count 58
INDEL 181
SNP 141
Structural_Variant 35 y

ITivaxog 5.8. ZOvolo akpaiov TIHOV GTO GUYYMOVEVUEVO GUVOAO dEGOUEVOV

Koatd v e£€MEN ™G avaALONG TPOUE TV ATOPOCT] VO OPALPEGOVIE KATOEG EMUTAEOV
omAeg Yo va BeATidoovpe T0 GHVOLO OEJOUEVMV. ZUYKEKPIUEVO OQUIPECAUE TIG GTHAES
«SAMPLE_ID», «SOMATIC STATUS», «ONCOTREE_CODE», «CANCER_TYPE»,
«Tumor_Sample_Barcode», «<PATIENT_ID». Agdopévov g véag GUYY®VELUEVIG SOUNG TOV
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oLVOAOL dedopévov, KAmoleg oTNAEG NTOV TEPITTEC €ite ylotl Ogv ypNGILELOV TO ®F
AVOYVOPLOTIKA, OTTMG OTIC TEPMTOGELS TV « Tumor_Sample_Barcode», «<PATIENT _ID» kot
«SAMPLE_ID», eite yati mepietyav emavorapfovopevn TAnpoeopica, oty mePITT®OT TOL
«CANCER_TYPE» kar tov «ONCOTREE_CODE», gite yati dev mpoécbetav kdtt oty
avdAivon, 6mwg N tepintwon tov «<SOMATIC_STATUS».

To apécmc emouevo Prna TePIAGUPAvVE TV ETAOYT TOV CTIUOVTIKOTEP®V YOUPUKTNPICTIKAOV
pe Baon t oyxéong tovg pe v HeTaPANT 6TOY0. Aol opionke ¢ UETAPANT 0TOYOG N
«MOLECULAR_SUBTYPE» ypnowonomocope filter based pebddovg yio va diepevvicovpe
mv oxéon G Me TG vmoOAoweg petaPintés. H  afohdynon ovtig mg oyxéong
TPOYHOTOTOWONKE HEGO TOv eAEyyov X2 Yo TIC KOTNYOPIKEG UETUPANTEC, &V Yo TIG
ToGoTIKEG HeTaPAntég ypnoomomOnke ANOVA, mpokeiévon va aviyvenBodv otaTioTiKd

onpoavtiké oyéoels. Ta evpnuata avtg TS £EEPELYNONG PAIVOVTOL GTOVS TAPUKAT® TIVOKES.

HISTOLOGY 5.11e-253
SAMPLE_TYPE 3.74e-03
CANCER_TYPE_DETAILED 8.96e-238
GENE_PANEL 3.10e-01
RACE 1.85e-23
ETHNICITY 1.36e-01

Hivaxog 5.9. Anoteléopato, eréyyov X2

TMB_NONSYNONYMOUS 0.00e+00
mutation_count 0.00e+00
Unique_Genes_Affected 0.00e+00
Avg Variant_Allele_Frequency 7.65e-81
Top_15_Consequence_Presence 0.00e+00
affected_chromosomes_count 0.00e+00
INDEL 0.00e+00
SNP 0.00e+00
Structural_Variant 3.79e-01

ITivoxag 5.10. Amotedéopota ANOVA

Boaowlouevol ota mopamdve omoteAESHATO KATOANEAUE OTNV aQaipest TOV UETAPANTOV
«Structural_Variant», «<ETHNICITY» ka1t «GENE_PANEL», dwpopedvovtag 10 TEMKO
ovvoAo dedopévov pe 13 petafintéc/otrec. Avtd ogeidetal oto Ot 0gv TOPOLGLALOLV
oYVPT GLOYETION UE TNV UETAPANTN 0TOY0, OTMG GaiveTal Kot omd TI¢ TEG P-value otoug
Topandve mivakeg. Ot yauniég Tyég p-value vmodetkvoouy 1o vp| GLGYETION, EVD O TLUES
mov vrepPaivovy Eva kabopiouévo katdeAl (0,05) vrodnAdvouy to avrtifeto.

2NV GLVEYEWD TPOYMPNCOUE OTNV ONUOVPYIN YPOENUAT®V Yo, TIG EVOTOUEIVOVTEG
peTafAnTég Yo eEgpehivnon Kot ameKOVIOT) TNG KOTAVOUNG TOVS KOl TOV GYECEMV TOVG EVTOG

T0V GLVOAOL dedopévaov. TMa TG kKatnyopikés petafAntés apykd ypnoipomombnkay to
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Sy PAUUOTO THTOG, DGTE VO, EMTEVYDEL L0l OTTTIKY OVOTAPACTOCT] TS OVOAOYIKNG KATOVOUNG
avTOV TOV petafAntov. Kdnow ond to LUTEPEGIATO TOV TPOKVTTOVV Ot TO OL0YPALLLOTOL
TOL POIVOVTOL TOPUKATO €ival OTL TO HEYOADTEPO TUNLA TOV TANOVGHOD SAYIYVAOCKETOL JLE
Endometrioid G1/2 mov avtitpocwnevel 10 43.5% TtV TEPMTOGEWMY, ENTIGNG 1| TAELOVOTHTA
TOV OsypdTov mpoépyetor and mpwrtomadeic dykovg o mocootd 84%. H ovvrpurtikn
mieloymoia Tov aclevav yopaktnpiletatr g Aevkoi o T0c06Td 86,3% Kot TAvVE® amod T1g MGEG

TEPMTOOELS, T0600TO 54.2%, Tavopodvral wg Uterine Entometriod Carcinoma.

Distribution of HISTOLOGY Distribution of SAMPLE_TYPE

Mixed/High-grade NOS
Unclassified Recurrence
Clear cell % 91% Endometrioid G3

Undifferentiated ‘,‘/19 % 107% 16.0%
b ;

1.8%

12.0% Carcinosarcoma

435% 15.1%
Endometrioid G1/2 Serous
84.0%
Primary
Distribution of CANCER_TYPE_DETAILED Distribution of RACE
Uterine Mixed Endometrial Carcinoma
Endometrial Carcinoma Black
Uterine Clear Cell Carcinoma or 91% Uterine Carcinosarcoma/Uterine Malignant Mixed Mullerian Tumor
Uterine Undifferentiated Carcinoma 4.9% 13.7%
1 g"}o% 12.0%

15.1% Uterine Serous Carcinoma/Uterine Papillary Serous Carcinoma

54.2% 86.3%

it d trioid C:
Uterine Endometrioid Carcinoma White

2o 5.5. Aoy pappoTo. OTEKOVIOTG KATYOPIKMV LETOPANTOV

210, TOPAKATO YPUPLOTA TOPOVCLALOVTOL TO KATNYOPIKE YOPUKTNPIOTIKG Ve HLoplako
VTLOTLTO EVTOC TOL GLVOAOL TV dedopEVEV. Kdmoleg yevikéc mapatnpnoelg ivatl 0Tt o€ kabe
HOPLOKO VITOTLTTO TAPAUTIPOVVTOL SLOPOPETIKA IGTOAOYIKE TPOPIA, avadelkvioVTOS TNV TV
oxéon ety NG 16TOA0YIOG TOV GYKOV KOl TOV HOPLOK®MV TOVG XopaKTnploTik®my. Emiong,
VIAPYEL EMKPATNON TOV TPOTONAODV OyKOV G€ OAOLS TOVL HOPLIKOVG VITOTLITOVG,
VTOOEIKVOOVTOG OTL O1 LOPLAKOT LITOTVTTOL EIVOIL GLYVA OVOLYVOPIGIUOL OTIG APYIKES OLUYVIDOELS,

aveEdptnta omd ToV GLYKEKPIUEVO VITOTLTO.
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Distribution of HISTOLOGY by Molecular Subtype Distribution of SAMPLE_TYPE by Molecular Subtype
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2y 5.6. Alrypappato anetkoviong KaTtyoptK®v HETABANTOV ové Hoplakd vdTumo

21 ovvéyela divovtor Kot To Stoypdppoata Tov Seiyvouv TIC KOTAVOUEG TV TOGOTIKAOV

HeTafANTOV pEca omd Uio GEIPA IGTOYPOUUATOV.
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2ynpa 5.7. Katovopn cuveyov LetafAntov
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2ynua 5.8. Kotovoun dtakprtdv petofAntov
5.4 Epappoyn kot a&tohdynomn mtoAamAdv LovTEL®V TaStvounong

H grdpevn pdon g avaivong pog 0o apopd T TposapoYn Kol GOYKPLOT] SLPOPETIKMY
povtédwv tagvounong, pe okomd vV okpipn] TPOYVMOON TOV HOPLIKAOV VTOTOTMOV TOV
Kapkivov tov evdountpiov. Ta poviéla ovtd Bo ekmodevtodv kot Oa SOKILAGTOVV
YPNOLOTOIDVTOS TOGO YOVISIMUATIKA, OGO KOl KAVIKE YopoKINploTikd. Méca amd avtn tnv
avéAlvon pmopovv va eEayxBobv YpNOIUO GUUTEPAGLOTE GYETIKA LE TNV OT0d0TIKOTNTO KAOE
alyopiBuov kol v mpootiBépevn a&io TG EVEOUATMOONS YOVISIOUATIKMOY OEO0UEVOV GTIV
npoPArentiKn woyd TV povtéAwv. H petafintn otdyog, dniadn n eoptnuévn petafinty, stvor
n «MOLECULAR_SUBTYPE» kot mepthapfavel t€66€p1g KOTNyopies mTov aviiotoyobyv o
SPOPOVG  HOPLOKOVS VTOTLTOVG TOL KOPKIVOL TOL €VOOUNTPIOV, EVED Ol VLIOAOITEG
petafAntés, Ommg Exovv dapopembel, Ba ypnooromBodv oty avaivon wg aveEapTnTteg
petafAntés.

Ta povtéda tagvounong mov Ba avarivBodv oty cuvéyela ival To TAPAKATO:

- Logistic Regression

- Random Forest

- XGBoost

- SVM

- KNN

Qg petpikég a&loloynong £yovv emheyel ot €€1g:
- Accuracy
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- Precision

- Recall

- F-score

- Confusion Matrix

No onpetmbdet 6t1 ta povtéra ta&ivopmong Exovv avaivdel apyikd yopic Kot petd pe yprion
™m¢ Avéivong Kopiov Zuviotwomdv (PCA), Tpokelpévon va S1amioTd®oOoVUE TV ETIOPACT) TNG
oTNV am6d00T TOV LOVIEA®V. Akoua dokipudotnke 1 ypron g PCA oto apyikd cuvoro Tov
petaPAntov mpwv v emnthoyn petofAntov Pacer filter based uebddwv yro Adyovg chykpionc.
Emumiéov yia va e£00QaAoTel 1 YEVIKEVOT TOV HOVTEA®V, YPNCLLOTOMONKE 1 TEXVIKY NG
dactavpovuevng emkvpwong 5-fold (5-fold Cross Validation).

EEKVOVTOG LE TNV TPOETOLUAGIO TOV OEOOUEVOV Y10 TV EPAPULOYN TOV aAYopiOumv Kot
Exovtag Mo Oe&dyel TIg amapaitnTeg TPoEMEEEPYAOIEC Kol SAUOPPDCEIS OTO OEOOUEVO,
npoympnoaue oty geoppoyy One-Hot Encoding yw Tig Kotnyoptkéc pHeTafANnTég,
EMUTPENOVTOG £TOL TNV gPUNVElD KOl XPNON AVTOV TOV PETAPANTOV omd OAo To HOVTELQ.
Emniong, spappocope Label Encoding oty petapint otéyo «MOLECULAR_SUBTYPE»,
petatpémovtag kdoe povadikn Katnyopia oe apluntikn tyuy. Ipokeyévov va eac@aricovpe
Lo OHO10YEVT] KMUOKO KO VO ATOPUYOVLE TUYOV TPOKATAANYELG AOY® O1POPDOV GTO EVPOG
TILOV, TPOPNKOUE GTNV TLMOMOINGCYT] TOV TOGOTIKMOV UETAPANTAOV HE TN YPNON TOV
StandardScaler.

2V enOUEV GACT) TG AVAALONG LOG YOPICOUE TO TPOEMEEEPYAGLEVO GOVOLO dedoUEVOV
o€ GUVOAO gkmaidevong kot eAEyyov, pe avoroyio 70% o ekmaidevon kot 30% yio reyyo.
AVTO amoCKOTEL TPMTOV GTNV EKTOUIOEVOT| TOV HOVIEAMV TOEVOUNGNG GE £V OAOKANP®OUEVO
GVUVOAO OE00UEVAV KO OEVTEPOV GTNV AUEPOANTTY AELOAOGYNON TNG TPOYVAOGTIKYG IKOVOTNTOG
TOV LOVTEA®V 6€ af€ata dedopEVaL.

Ytov mopoakdte mivako epeovifovior to amoteAéopata Tov oiyopiBuwv diymg v

epappoyn PCA.

Logistic Regression 86.07 88.75 85.75 86.75 87.60
Random Forest 85.89 87.75 85.75 86.25 87.14
XGBoost 85.89 88.00 86.00 87.00 86.45
SVM 85.36 88.00 84.00 86.00 87.37
KNN 83.75 86.00 83.00 85.00 85.68

ITivaxog 5.11. Anoteléopata adyopibpov tagvounong xopic PCA

Me Baon v avéilvon TV omoTEAECHATOV, OAO TO HOVTEAD OElYVOLV GULYKPICILES
emdooels. Ewdwotepa, 1o povrédo Aoyiotikng [odwvdpounong drakpivetat yio v 1coppomiol
1OV 6€ OAEG TIG LETPIKEG AELOADYNOMG, TPOTAGGOVTOS TO WG TV TPOTIUNTEN EMA0YT. H Tehkn
andeacn Yoo T0 TAEOV KOTAAANAO HOVTEAO dev €EaptdTon UOVO Omd TIG OTOTIOTIKEG

aEloA0YNoELS, OAAA Kot amd mopdyovteg OM®G M EPUNVELCIUOTNTO, T VTOAOYIOTIKY|
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amodoTikdTNTa K.6. TNV cvvéyeta divetal to Confusion Matrix Tov A0Y1GTIKOU HOVIEAOL TTOV

QOIvVETOL VO £YEL TNV KOADTEPT ATOO0GT) CLYKPITIKA UE TOL GAAL LOVTELQ.

Confusion Matrix for Logistic Regression
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- 150

125
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100
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Class 0 Class 1 Class 2 Class 3
Predicted labels

2ynue 5.9. Confusion Matrix Aoyiotikod poviédov

21 oLVEKEW OELOTOLMVTOG TOV GLVTEAEGTEG TOL HOVTEAOL AOYIGTIKNG TOAVOPOUNGNG
TPOCTOONGALE VO OMOKTGOVLE TANPOPOPIES GYETIKA LE TN ONUAGIO TOV XOUPUKTNPIGTIKOV.
Y10 mAaiclo avtd  vmoloyiocape T pEON AmOALTN TN TGOV GLVIEAESTOV Yo KOOe
YOPOKTNPOTIKO 6g OAeg TG katnyopies. Ev cvveyeila ta&ivopunoape katd bivovca cepd to
YOPOKTNPIOTIKA pe Pdaon TV omovdodtnta, €o0TdloVIag oTo OEKO 7O  ONUOVTIKA
YOPAKTNPOTIKA. Mg avtd TOV TPOTO GTOXEVGOUE GTOV EVIOMIGUO TOV UETAPANTOV UE TNV
LEYOADTEPT| EMPPOT] GTIG TPOPAEYELS TOV LOVTELOL GE OAO TO PAGLLO TOV VITOTVTMOV KAPKIVOV.
Ta gupnuato aLTAG ™G EPUNVELTIKNG OOIKAGIOG KATOOEKVOOLV Oyl Hovo v a&io TV
TOPUOOGLOKMV KAVIKOV KO IGTOAOYIKOV SEGOUEVAOV, AL KOL TNV EVIGYVUEVT] TPOYVMOCTIKN

duvaTOTNTO TOV TPOKVTTEL OO TOV GLVOVOGO TOVG LE TO YOVISIMUOTIKE OEOOUEVAL.

INDEL 2.265860
SNP 1.918858
Unique_Genes_Affected 1.887424
Top_15_Consequence_Presence 1.103304
TMB_NONSYNONYMOUS 1.085697
mutation_count 0.826023
HISTOLOGY_Endometrioid G1/2 0.697880
Avg_Variant_Allele_Frequency 0.605090
CANCER_TYPE_DETAILED_Uterine Endometrioid Carcinoma 0.519298
HISTOLOGY_Unclassified 0.479422

Iivoxag 5.12. Aéka onpovTIKOTEPO YOPOUKTNPLOTIKE GULE®VO LE TO AOYIGTIKO LOVTELO

AxolovOnocoape avtioToEeS MPOCEYYIGELS YO TNV OVIYVELON TWOV GCNUOVIIKOTEP®V
YOPOKTNPLOTIK®V Kot yia Ta. vorowra povtéda (Random Forest, XGBoost), ta omoia mwapéyovv
dpeco ovtod tov €ldovg TV mAnpoopia. Ta gupiuata amd avtd to povtéda, To ool

TaPoLGLALOVTOL GTO ETOUEVA YPOPNLOTO, EXPEPBOALOVOVY TNV OVAYKT] Y10 L0 GUVOVOCTIKT
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TPOGEYYIoN, OOV TOGO T, YOVISIWUOTIKG OGO Kol To KAWIKA d€d0UéEVO GLUPBAALOVY oV
OAOKANPOUEVT Kot kPP TaSVOUNGT TV VTOTOHTTOV TOL KAPKIVOL ToL evoountpiov.

Top 10 Important Features

mutation_count
TME_NONSYNONYMOUS
Unique_Genes_Affected
Top_15_Consequence_Presence

CANCER_TYPE_DETAILED_Uterine Endometricsd Carcinoma

Feature

HISTOLOGY_Endometrioid G112
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2ynue 5.10. Aéko onHOVTIKOTEPO XOPAKTNPLOTIKA cOpova e To Random Forest

Top 10 Important Features
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2ynpa 5.11. Aéko onUOVTIKOTEPX YAPOKTNPIOTIKA GOUPmVO. pe To XGBoost

211 GUVEXELD EVOOUOTOGOUE 0TIV aviAvon pag e Avdivon Kopuov Zvvictwodv (PCA)
omv avaAvtiky pog dwadikocio. H PCA €yxet v wavdtrta va petaoynuotilel évo chvoro
JedOUEVOV LYMANG S1AGTAONG G £V GUVOAO YPOUUKE OCVGYETIOTOV UETARANTAOV KOl 0VTO
Oyt LOVO amAoTolel TO GUVOAD OedOUEVOV KOOIGTMOVTAG TO O €0YPNGTO Y10 AvAALGT OAAG
petplalet kot Vv mOAvOTNTO TOAVGLYYPOUMKOTNTOG UETOED TOV  YOPUKTNPIOTIKMV.
Amo@acicaple vo S10TnPNoOVE EKEIVEG TIC GLUVIGTAOCEG TOL GVVOETOLV 0BPOIoTIKG TO 95% NG
GUVOMKNG OKVULAVONG TOV GLVOAOL dedopPEVMV, dtacPorilovtag 6Tt I HeYdAn TAElOVOTNTA
™™g mAnpogopiog datnpeitar. H avédivor pog €0eiée OTL mepimov oKT® GUVICTMGES givat
OPKETES Y10 VO, ATTOSMGOVV TNV TAELOYNPI0 TS SIUKOLLOVOTG, OTMG OTOTVITOVETOL GTO CYETIKO

SLAYPOLLLLOL TTOV TOPOVGLALETOL TOPOUKATE®.
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Cumulative Explained Variance by PCA Components
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2ynpe 5.12. Kabopiopdg kopiov cuvictwcdv on’ v PCA

Yy ovvéyela epappolovtag v PCA AdPape ta mopokdt® amote ésHoTa.

Logistic Regression 84.64 88.00 85.00 86.00 86.83
Random Forest 84.82 87.00 85.00 86.00 86.75

XGBoost 83.75 87.00 83.00 84.00 87.14

SVIM 84.82 87.00 85.00 86.00 86.29

KNN 84.82 87.00 84.00 85.00 86.07 a

Iivoxag 5.13. Amoteléopoto aryopiBpmv ta&vounong pe PCA

Agv mopatnpodvtor PLEYEAEG SLOPOPES OVALEGH GTIG LETPNOELS TOV AdPape pe Kot yopig
PCA. EAappdg KoADTEPO TOPAUEVOLY TOL LOVTEAD TPV TNV gpappoyn g PCA av kot oty
nepintoon tov XGBoost kat tov KNN BAémovpe po ehagpd Bertioon. Kaivtepo mapapévet
TO LOVTEAO TNG AOYIOTIKTG TOAVOPOUNOTG KOl G QVTN TNV Ttepintwo. [ v cuyKekpuévn
avdAvon n eAaepd peimon ota amoteAéspato Hotepa amd TV epappoyn s PCA vrodnAdvet
OTL TO OPYIKO GOVOAO YOPOKTNPIOTIKMV 1TV 1101 OPKETO ATOTEAEGLATIKO Y10 TO GUYKEKPIUEVO
€pyo Kol To OQEAN NG MEl®OMG NG OOCTOTIKOTNTAG OEV OVTIOTAOUIGOV TNV OTOAE
TANpopopiag.

Emumiéov oto mhaicto melpapoticpudv dokipdoape kot v epappoyn me PCA oto cuvoro
petafAntav tpwv v epapuoyn filter based pefoswv. Xtov mapaxdrto mivaxka epeoviCovrol Ta

anoteAéopaTo TOV oAyopifumy.

Logistic Regression 84.82 88.00 85.00 86.00 86.44
Random Forest 84.29 87.00 84.00 85.00 86.52
XGBoost 84.11 87.00 84.00 85.00 86.29
SVM 85.00 87.00 85.00 86.00 86.29
85.00 86.00 86.44 a

84.46 87.00

KNN
ITivoxag 5.14. Anotedéopota akyopibuov to&ivopnong pe PCA yopic feature selection

[Mopatmpodpe Ot ta amoteléoparta eivar cvykpioya, dniadn sivor mapopolo kKot dev
TAPOLGLALOVY CNUAVTIKEG OLPOPES, LE ALTE TOV AGPaLE GTNV TOPATAVED TEPITTM®ON TOL El)E

yiver epappoyn g PCA peTd amd eTA0Y TOV CTLOVTIKOTEP®OV YOPAUKTPLOTIKMYV.
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5.5 Epapuoyn pe veupwviko diktvo tpdcdiag tpopodotnong

211 GUVEXELD TNG OVOAVONG TPOYMPNOAUE OTN OYedIOOT Kol EKTAIOEVOT EVOG VELP®VIKOD
dkTvov TPochiag Tpoeodotnong. Emdéaue va avoamtoéovpe évo omAomonpuévo LOVTELD
VELPOVIKOD OIKTVLOV, KOO0 YOO UEVOL 0t TNV MOV Y10l TEPAUATICUO KO TNV TPOGOOKial
va EETAGOLLLE TN SLVATOTNTA TOL VO GLVEIGPEPEL 0TN PelTimon Tng avdAvong pag. Méca amd
TEPAUATIOUOVS, KATAANEQpE 0N dNpovpyio EVOC LOVTELOL HE TV 0KOAOVOT apyLTEKTOVIKTY:

- Emninedo Ewoddov (Input Layer): To mpdto emimedo amoteAeitar amnd 32 vevpdveg
(neurons) kai ypnoipomotel ™ cvvépton evepyomoinong ReLU (Rectified Linear
Unit). H didotacn g e16660v kabopiletor and tov aplfud Tmv yopoKTnpioTiKOY TOV
ouvorov dedopévarv, mov eivan 27. EmmAéov, epappoleton kavovikomoinon L2 pue
ovvteheotn 0.01 yio TV amo@LyN VIEPTPOCAPLOYNG.

- Emninedo Dropout (Dropout Layer): Metd 1o eninedo £16660v akoAovdel Eva eninedo
Dropout pe pvBué 0.3, dnradn to 30% tov veupdvev oty ££000 TOL TPOTYOVLEVOL
emumédon undeviletal Toyoio Katd TN SAPKEWD TNG EKTOIOELONG, YO TNV OTOPLYN
VIEPTPOGAPUOYNG.

- Eminedo EEH6S0v (Output layer): To tedevtaio eninedo omotedeital omd VELPMOVESG I60VG
pe tov aplbpd TOV HOVASIK®V KAAGE®V O UETOPANTH o©TOYO0, Oniadn 4,
YPNOLOTOIMVTAG TN GLVAPTNON gvepyomoinong Softmax, kabiotdvtag 10 povtélo
KATAAANAO Y10 TAEIVOUN OGN TOAAATADY KAAGEDV.

[Na ™ Oonuovpyla kot exmaidsvon Tov  HOVTEAOL ypnolwomomdnke emiong o
BeAtiotoromtig Adam, n cuvlptnon anmAglog "sparse categorical crossentropy" mov givon
KATAAANAT Yo TpoPAnuota Tagtvounong TOALATA®Y Katnyopldv. EQapudotnke n teyvikn
Early Stopping vy vo dwaxomel n exkmaidevon €dv m amwdO0GT TOV HOVIEAOL GTO GUVOAO
emkOpwoNG dev PehtiwBel Yo Eva cuveyduevo apBuo smoymv (epochs), 6mmg opiletan and
TV TOPAUETPO patience, Yoo TNV OTOPLYY] VIEPTPOGUPUOYNG Kol TNV eEotkovounon
VTOAOYIOTIK®OV TOpwv. To povtélo exmondevtnke pe péyioto aplBud 100 emoydv ot
ypnooromOnke 10 20% yio eTKOPMOT KATA TN SIUPKELL TNG EKTOIOEVONG TOL LOVTELOV.

Ta amotedéopoto @aivovtol GToV TOPOKAT® Tivake VO OTNV GLVEXEWL dlvovtal dvo
ypapruato mwov anewkoviCouv g e€EMEN g amdAetog (10SS) kot g axpifetog (accuracy).
Kabag n eknaidevon mpoywpd, mapatnpeitor cuveyng PeAtioon otig HETPIKEG amddooNnS, e
™V aKpifelo 6To GET EMKVPOONG VL ALEAVETOL KOL TNV OTOAEWD Vo petdvetat. Daivetal 0Tt T0
LOVTEAO £xel KOAN amddoom pe v akpifela va gTavel tepimov oto 86% 610 GET EAEYYOL, TO

1010 VTTOOEIKVVOVV KOl 01 VITOAOITEG LETPIKES OELYVOVTOG UL LIGOPPOTNLEVT] OITOOOCT)
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Test Accuracy 0.8607
Test Precision 0.8797
Test Recall 0.8566
Test F1-Score 0.8668

&

ITivorag 5.15. Amote écpoTo VELP®VIKOD SIKTHOV

Onwg @oaivetor Kot 6To TOUPOKAT® SOYPAUUOTO TO YEYOVOG OTL 1) OMMOAELN ETIKLPOGONG

TOPOUEVEL KOVTO OTNV OTMOAELNL EKTOUOELONG KOt 0koAOLOEl Tapopola téon elval EvOeEn

KOANG YeVIKELONG TOL HOVTEAOV YWPIG EUQOVT VITEpTTpocapproyn. EmmAéov, dnwg delyvel to

dmhovo didypappa, 1 okpifelo eTkOP®ONG ivatl GUYKPLITIKG VYNAY Kot dtatnpeitar otabepn,

YEYOVOG oL givar £vOEIEN KaANg amddoong Tov HOVIELOL. ZUVOMK(, TO HOVTELD QOIVETOL VO

€xel KaAég €mOOGES GTO GUVOAO OOKIUMV, emttuyydvovtag vynAésg Pabuoroyieg omnv

opBotNTa, otV axpifeta, v avakinon kot to F1-score. Avtd vmodnAdvel OTL TO LOVTELO £)EL

naOet vo yevikevel amotelecatikd omd o dedopéva ekmaidosvong o abéata dedopéva.

Loss Over Epochs

—— Training Loss
Validation Loss

08

07

=
Accuracy

08

06
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04

0 20 40 60 80 100 0
Epoch

Accuracy Over Epochs

Training Accuracy
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2ynpa 5.13. Zoykpron Anoielog kot Axpipetag Exnaidevong évavtt Emkdpwong
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Kepdhaio 6

2LUUTEPAC LT

H napodoa Sumhopatikn £xel wg 6toY0 TV a&lomoinomn e OUVAUNG TG UNYOVIKNG Ldbnong
vy TV €EEPELVNON TNG TOAVTAOKOTNTOG TOL OVOPDOTIVOL YOVIOIOUOTOS. ZEKIVICOLE LE Lol
OeeMdON €100 YWYN OTN YOVIOLOUATIKY, AvVAADOVTOS BOCIKEG EVVOLEG TTOV TNV GTOYELODETOVY
KOODC Kol TPOKTIKEG EQPOPLOYEG TNG KO GTT) GUVEXELD OVOADGOLE TNV EVVOLOL TG UNYOVIKNG
pdonong, Ta £idn kot Tig Pacikég TeXVIKEG TNG. ME TIg YVMOGELS TOV OMOKOUIGOUE UTOPECOLE
va gufabddvoope oy avaivon eQappoy®mv eEEAYUEVOV DTOAOYIOTIKGOV HeBOO®V Yo TNV
OVTILETMTIGT YOVISIOUATIKMV TPOKANGEMV TOL GLVAVTAOVTOL 6TNV O1eBVT| BLAtoypagia, OTmg
N TpdYVOOT TOL Kapkivov Tov Tvedpova Kot 1 Tatvounon g Asvyopiog, HeTald GAA®V.

H pedétn mov €yve 610 TAOIG10 TNG SIMA®UATIKNG EpYACiog apopd TNV TPOPAEYT LOPLUKDV
VROTOTOV TOL KOPKIVOL TOL gvdountpiov pe PAcT YOVISIOUATIKG Kot KAWVIKA dedopéva. Ta
dedopéva mponAbav amd pio Epevva mov £xet dnpoctevtel 6to meprodwd Cancer Discovery.
2 peAétn pog xpnoomodnkay dtdpopot adyopifpotl taSvounong pe Kot xwpig tm xpnon
™G avdAivong Koplwv cuvictowowv. [opatnprcape 6t 6Aot ot adyodplBupol mapovciacay
TAPOUOLEG EMOOCELS, UE TN AOYIOTIKY] TOAVOPOUNCT] va doTnpel TV KaAVTEPN 1G0ppoTio
OGOV aPOopd TIG LETPNGELS TOV YPNOLUOTOMONKAY Yo Vo aEI0A0YNGOVE TOVG alyopiBpovg.
[MapapnOnke emiong Ott o GLYKEKPUEVN TEPITTOOTN Ol TEPIGGATEPOL aAyOp1OlOoL
amodidovV KaAVTEPA YWPIg T YpNon NG avdAlvong KOPIY cLVICTOSOV. EmumAéov, n
onpovpyia Kot eKmTaidevoT EVOG VELPOVIKOD IKTVOV TTPHGOLaG TPOPOdHTNONG amodeiyOnKe
waitepa ypHoyn yro Ty TPOPAEYT TOV HOPLAKOV VTOTHTOV TOV KAPKIVOL TOL gvdountpiov.

Ao Be@pNTIKNG OKOTAG, 1) EPYOGIO VTN GLUVEIGPEPEL GTOV EUTAOVTICUO TNG YVAOONS LOG
Yo TO0 eSO OOV SLOGTOVPMVETOL 1) YOVIOIWUOTIKY] KOL 1 UNYOVIKT LAONoT|, TPOGPEPOVTAG
VEEC TPOOMTIKEG Y10 TV KOTOVONGN TOL YEVETIKOV LIoPdBpov acBeveidv Kot v avamtuén
pefodoroyidv Yo v avaivon tovc. H ypnon mponyuéveov vmoroylotik®v aiyopifuwmy yio
TNV EPUNVELN TOADTAOK®V YOVISI®UOATIKOV SEGOUEVAOV UTOPEL VO ATTOKAAVYEL VEQ GTOTXELD Y1l
TOVG UNYOVIGUOVG TTOL LIOKPVUTTOVTOL OTIS 0c0évelec kot var cupfaiel otn Pektioon tov
KAMvikav amotedecpdtov. Kabng cuveyilovpe va eEeMocoacTe 6€ AVTOV TOV EMGTNLOVIKO
Topé, Ol OLVATOTNTES YO MEPUUTEP® KOWVOTOUIN Kol OVOKOADWELS €lvol ameplOploTeg,

VTOGYOUEVEG oL VEQ ETOYT OTNV TPOGEYYIoT Ko Oepomeio YEVETIKMV d10TOPOYDV.
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[Tapdptnua

I11. IInyaiog kddkog otnv Python

# # Eltcayoyn Bipiodnkov

import pandas as pd # For data manipulation and analysis

import numpy as np # For numerical computing

import seaborn as sns # For statistical data visualization

import matplotlib.pyplot as plt # For creating visualizations

from scipy.stats import chi2_contingency # For Chi-square test of independence

from scipy.stats import f_oneway # For one-way ANOVA test

from sklearn.preprocessing import OneHotEncoder, LabelEncoder # For encoding categorical
variables

from sklearn.preprocessing import StandardScaler # For feature scaling

from sklearn.model_selection import train_test_split # For splitting data into training and test
sets

from sklearn.model_selection import GridSearchCV # For hyperparameter tuning

from sklearn.linear_model import LogisticRegression # For Logistic Regression modeling
from sklearn.metrics import accuracy_score, confusion_matrix, classification_report # For
model evaluation

from sklearn.model_selection import cross_val_score # For cross-validation

from sklearn.ensemble import RandomForestClassifier # For Random Forest modeling
import xghoost as xgb # For XGBoost library

from xgboost import XGBClassifier # For XGBoost classification

from sklearn.svm import SVC # For Support Vector Machine modeling

from sklearn.neighbors import KNeighborsClassifier # For k-Nearest Neighbors modeling
from sklearn.decomposition import PCA # For Principal Component Analysis

from sklearn.metrics import accuracy_score, precision_score, recall_score, f1_score

from tensorflow.keras.models import Sequential # Imports the Sequential model class from
Keras.

from tensorflow.keras.layers import Dense, Dropout # These import the Dense and Dropout
layer classes from Keras.

from tensorflow.keras.optimizers import Adam # Imports the Adam optimizer class from
Keras.

from tensorflow.keras.callbacks import EarlyStopping # Imports the EarlyStopping callback
from Keras.
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from tensorflow.keras.regularizers import 12# This imports the L2 regularization function from
Keras.

import warnings # For handling warnings

warnings.filterwarnings(‘ignore’) # Ignore warnings to clean up output

# Set display options to show all columns and increase column width
pd.set_option(‘display.max_columns’, None)
pd.set_option(‘display.max_colwidth’, 100)

### File paths

# File paths

data_clinical_patient_path=

'C:/Users/THESIS/ucec_ancestry_cds_msk _2023/data_clinical_patient.txt'
data_clinical_sample_path =
'C:/Users/THESIS/ucec_ancestry _cds_msk_2023/data_clinical_sample.txt'
data_mutations_path ='C:/Users/THESIS/ucec_ancestry cds_msk_2023/data_mutations.txt'

### Clinical patient file

# We skip rows that start with '# as they are comments or metadata
clinical_patient_df = pd.read_csv(data_clinical_patient_path, sep="\t', comment="#")
clinical_patient_df.head()

clinical_patient_df.info()

### Clinical sample file

clinical_sample_df = pd.read_csv(data_clinical_sample_path, sep="\t', comment="#")
clinical_sample_df.head()

clinical_sample_df.info()

### Mutations file

mutations_df = pd.read_csv(data_mutations_path, sep="\t', comment="#', low_memory=False)
mutations_df.head()

mutations_df.info()
# Merge the clinical sample and clinical patient data on 'PATIENT _ID'
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merged_clinical_df = pd.merge(clinical_sample_df, clinical_patient_df, on='PATIENT _ID',
how="left")

# Display the first few rows of the merged dataframe
merged_clinical_df.head()
merged_clinical_df.shape

### Aggregating mutation data oe eninedo acbgvoig
print("Shape of Mutation Data:", mutations_df.shape)

# missing values in the mutations data
missing_values_mutations = mutations_df.isnull().mean() * 100 # percentage of missing
values

# Sorting the columns by the extent of missing values

missing_values_sorted = missing_values_mutations.sort_values(ascending=False)
missing_values_sorted.head(20) # Displaying the top 20 columns with the highest percentage
of missing values

# Dropping columns with 100% missing values
columns_to_drop = missing_values_sorted[missing_values_sorted == 100].index
mutations_df cleaned = mutations_df.drop(columns=columns_to_drop)

# Checking the shape of the dataframe after dropping the columns
remaining_columns = mutations_df cleaned.shape[1]
total_columns_initial = mutations_df.shape[1]

columns_dropped = total_columns_initial - remaining_columns
(remaining_columns, columns_dropped)

missing_values_mutations = mutations_df cleaned.isnull().mean() * 100
# Sorting the columns by the extent of missing values

missing_values_sorted = missing_values_mutations.sort_values(ascending=False)

missing_values_sorted.head(25) # Displaying the top 20 columns with the highest percentage
of missing values

# Dropping columns with high missing values (greater than 50%)
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columns_to_drop_high_missing = missing_values_sorted[missing_values_sorted > 50].index
mutations_df reduced =
mutations_df _cleaned.drop(columns=columns_to_drop_high_missing)

# Shape of the dataframe after dropping columns with high missing values
reduced_shape = mutations_df reduced.shape
reduced_shape

mutations_df_reduced.describe(include=["object", "bool"])
mutations_df reduced.describe()

sns.set_style("whitegrid")

# Plotting the distribution of Variant Classifications

plt.figure(figsize=(12, 8))

variant_counts = mutations_df reduced['Variant_Classification’].value_counts()
sns.barplot(x=variant_counts.values, y=variant_counts.index, palette="viridis")
plt.title('Distribution of Variant Classifications', fontsize=16)
plt.xlabel('Number of Occurrences', fontsize=14)

plt.ylabel("Variant Classification', fontsize=14)

plt.xticks(fontsize=12)

plt.yticks(fontsize=12)

plt.show()

# Plotting the frequency of mutations in different genes (Top 30 genes)
plt.figure(figsize=(14, 10))

gene_counts = mutations_df reduced['Hugo_Symbol‘].value_counts().head(30)
sns.barplot(x=gene_counts.values, y=gene_counts.index, palette="mako")
plt.title("'Top 30 Genes by Mutation Frequency', fontsize=16)
plt.xlabel('Number of Mutations', fontsize=14)

plt.ylabel('Gene (Hugo Symbol)', fontsize=14)

plt.xticks(fontsize=12)

plt.yticks(fontsize=12)

plt.show()

# Chromosome Distribution Visualization

plt.figure(figsize=(14, 10))
chromosome_counts = mutations_df _reduced['Chromosome'].value_counts()
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sns.barplot(x=chromosome_counts.values, y=chromosome_counts.index, palette="muted")
plt.title('Distribution of Mutations Across Chromosomes', fontsize=16)

plt.xlabel('Number of Mutations', fontsize=14)

plt.ylabel('Chromosome’, fontsize=14)

plt.xticks(fontsize=12)

plt.yticks(fontsize=12)

plt.show()

# Mutation Consequence Visualization

plt.figure(figsize=(14, 10))

consequence_counts = mutations_df reduced['Consequence’].value_counts().head(20)
sns.barplot(x=consequence_counts.values, y=consequence_counts.index,
palette="cubehelix")

plt.title("Top 20 Mutation Consequences', fontsize=16)

plt.xlabel('Number of Occurrences', fontsize=14)

plt.ylabel('Mutation Consequence', fontsize=14)

plt.xticks(fontsize=12)

plt.yticks(fontsize=12)

plt.show()

# Selecting only the specified columns
selected_columns = [
'Hugo_Symbol’,
'‘Chromosome’,
‘Consequence’,
'Variant_Classification’,
‘Variant_Type',
"Tumor_Sample_Barcode',
'Mutation_Status',
'MUTATION_EFFECT",
'ONCOGENIC',
'VARIANT _IN_ONCOKB;,
't_alt_count’,
't_ref_count'
]
mutations_data_selected = mutations_df _reduced[selected_columns]
mutations_data_selected.head()
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### Refining the aggregations

# Group mutations data by 'Tumor_Sample_Barcode'
grouped_data = mutations_data_selected.groupby("Tumor_Sample_Barcode’)

# Mutation Count
mutation_count = grouped_data.size().to_frame(name="mutation_count’)

# Count the number of unique genes affected by mutations for each patient, reflecting the
diversity of genetic alterations in each patient's cancer.

unique_genes_affected =
grouped_data['Hugo_Symbol'].nunique().to_frame(name="Unique_Genes_Affected’)

# ldentifying the top 15 most frequent consequence types across the entire dataset
top_15_consequences =
mutations_data_selected['Consequence'].value_counts().nlargest(15).index

# For each sample, count how many of these top 15 types are present
top_consequence_presence = grouped_data['Consequence'].apply(lambda X:
x.isin(top_15_consequences).sum()).to_frame('Top_15_Consequence_Presence’)

# Count the number of affected chromosomes for each patient
affected_chromosomes_count =
grouped_data['Chromosome'].nunique().to_frame(‘affected_chromosomes_count')

# Define a mapping function for broader groups
def map_variant_to_group(variant_type):
if variant_type in ['DEL', 'INST:
return 'INDEL'
elif variant_type in ['[DNP’, 'TNP’, 'ONP"]:
return 'Structural_Variant'
elif variant_type =='SNP":
return 'SNP'
else:
return 'Other’
# Apply the mapping function to create a "Variant_Group' column
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mutations_data_selected.loc[:, ‘Variant_Group'] =
mutations_data_selected['Variant_Type'].apply(map_variant_to_group)

# Aggregate counts of the broader groups

grouped_variant_counts =
grouped_data['Variant_Group'].value_counts().unstack(fill_value=0)

# Calculate Variant Allele Frequency (VAF) for each mutation
mutations_data_selected['Variant_Allele_Frequency'] = (
mutations_data_selected['t_alt_count'] /
(mutations_data_selected['t_ref count’] + mutations_data_selected['t_alt_count])

# Calculate the average VAF per sample using the previously grouped data

avg_vaf _per_sample =
grouped_data['Variant_Allele_Frequency'].mean().to_frame(name='Avg_Variant_Allele_Fre
quency’)

# Merge
aggregated_data = pd.concat([mutation_count, unique_genes_affected,avg_vaf _per_sample,
top_consequence_presence,affected_chromosomes_count,grouped_variant_counts], axis=1)

aggregated_data = aggregated_data.sort_values(by="Tumor_Sample_Barcode")
aggregated_data.head()

# reset the index
aggregated_data.reset_index(inplace=True)
aggregated_data.head()
aggregated_data.shape

merged_clinical_df.shape
# Create sets of unique values for Tumor_Sample_Barcode' and 'Patient_ID'
tumor_sample_barcode_set = set(aggregated_data['Tumor_Sample_Barcode'])

sample_id_set = set(merged_clinical_df['SAMPLE_ID')

# Find the 'Patient_ID' values that are not in "Tumor_Sample_Barcode'
sample_id_not_in_tumor_barcode = sample_id_set - tumor_sample_barcode_set
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# Count the number of 'Patient_ID' values that don't match
count_not_matching = len(sample_id_not_in_tumor_barcode)

# Print the count and the 'Patient_ID' values that don't match

print("Number of Sample IDs not in Tumor Sample Barcodes:", count_not_matching)
print("Sample IDs not in Tumor Sample Barcodes:")
print(sample_id_not_in_tumor_barcode)

# Perform an inner merge to keep only rows with matching 'Sample_ID' values

merged data = pd.merge(merged_clinical_df, aggregated data, left on="SAMPLE_ID',
right_on="Tumor_Sample_Barcode', how="inner’)

merged_data.head()

merged_data.shape

# Checking for missing values in each dataframe
missing_values = {
'Merged Data Missing Values': merged_data.isnull().sum(),

ks

missing_values
# Exploring the distribution of the 'SAMPLE_TYPE' column in the clinical sample data
sample_type_distribution = merged_data SAMPLE_TYPE'].value_counts(dropna=False)

sample_type_distribution

# Imputing missing values in the 'SAMPLE_TYPE' column of the clinical sample data
merged_data['SAMPLE_TYPE'].fillna('Primary’, inplace=True)

# Verifying the imputation by checking for missing values again
missing_values_after_imputation = merged_data['SAMPLE_TYPE'].isnull().sum()

missing_values_after_imputation

merged_data.describe(include=["object", "bool"])
merged_data.describe()

# Function to identify outliers using IQR
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def detect_outliers_igr(df):
outliers_dict = {}
for col in df.select_dtypes(include=['float64', 'int64']).columns:
Q1 = df[col].quantile(0.25)
Q3 =dffcol].quantile(0.75)
IQR=Q3-0Q1

outlier_condition = ((df[col] < (Q1 - 1.5 * IQR)) | (df[col] > (Q3 + 1.5 * IQR)))

outliers_dict[col] = dffoutlier_condition]
return outliers_dict

# Detect outliers
outliers = detect_outliers_igr(merged_data)

# print the number of outliers per column
for col, out_df in outliers.items():
print(f"{col}: {out_df.shape[0]} outliers")

sns.set(style="whitegrid")

# Creating a boxplot for the TMB_NONSYNONYMOUS variable
plt.figure(figsize=(10, 6))

sns.boxplot(x=merged_data TMB_NONSYNONYMOUS')
plt.title('Boxplot of TMB_NONSYNONYMOUS')

plt.xlabel( TMB_NONSYNONYMOUS))

plt.show()

# Dropping the specified columns
columns_to drop = [SAMPLE_ID', 'SOMATIC_STATUS,
'CANCER_TYPE', "Tumor_Sample_Barcode','PATIENT _ID]

merged_data = merged_data.drop(columns=columns_to_drop)

# Displaying the first few rows of the updated dataset
merged_data.shape

### Filter-based approach ya feature selection

#target variable
target_variable ='MOLECULAR_SUBTYPE'
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# select columns that are either 'object’ or ‘category’ type
categorical_cols = merged_data.select_dtypes(include=['object’, ‘category']).columns.tolist()

# Remove target variable from the list of categorical columns
categorical_cols.remove(target_variable)

# Function to perform chi-square test

def perform_chi_square_test(df, col, target):
contingency_table = pd.crosstab(df[col], df[target])
_,p_value, , =chi2_contingency(contingency_table)
return p_value

# Perform chi-square test for each categorical column

print("Chi-Square Test Results:")

for col in categorical_cols:
p_value = perform_chi_square_test(merged_data, col, target_variable)
print(f*{col}: p-value = {p_value:.2e}")

# select columns that are numeric
numerical_cols = merged_data.select_dtypes(include=['int64', 'float64']).columns.tolist()

# Function to perform ANOVA test

def perform_anova_test(df, col, target):
groups = df.groupby(target)[col].apply(list)
return f_oneway(*groups)

# Perform ANOVA test for each numerical column

print("ANOVA Test Results:")

for col in numerical_cols:
anova_result = perform_anova_test(merged_data, col, target_variable)
print(f"{col}: p-value = {anova_result.pvalue:.2e}")

# Dropping the specified columns

columns_to_drop = [GENE_PANEL', 'ETHNICITY",'Structural_Variant']
merged_data = merged_data.drop(columns=columns_to_drop)
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# Displaying the first few rows of the updated dataset
merged_data.shape
merged_data.head()

merged data. MOLECULAR_SUBTYPE.unique()
unique_counts = merged_data.nunique()
print("Number of unique values in each column:")
print(unique_counts)

merged_data.info()

categorical_columns = [[HISTOLOGY', 'SAMPLE_TYPE', 'CANCER_TYPE_DETAILED),
'RACE']
def plot_pie_charts_side_by side(merged_data, columns, rows, cols):

fig, axes = plt.subplots(rows, cols, figsize=(16, 8))

axes = axes.flatten()

for i, col in enumerate(columns):
ax = axes[i]
merged_data[col].value_counts().plot.pie(autopct="%1.1f%%', startangle=140,
cmap="Pastell’, pctdistance=0.85, ax=ax)
centre_circle = plt.Circle((0,0),0.70,fc='white', transform=ax.transData)
ax.add_artist(centre_circle)

ax.set_ylabel(")
ax.set_title(f'Distribution of {col})
for i in range(len(columns), len(axes)):

fig.delaxes(axes[i])

plt.tight_layout()
plt.show()

plot_pie_charts_side_by side(merged_data, categorical_columns, 2,2)

fig, axes = plt.subplots(2, 2, figsize=(15, 12))
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axes = axes.flatten()

for i, column in enumerate(categorical_columns):
sns.countplot(y=column, hue="MOLECULAR_SUBTYPE/, data=merged_data,
palette="Set2", ax=axes[i])
axes[i].set_title(f'Distribution of {column} by Molecular Subtype’, fontsize=14)
axes[i].set_xlabel('Count’, fontsize=12)
axes[i].set_ylabel(column, fontsize=12)
axes[i].legend(title="Molecular Subtype', bbox_to_anchor=(1.05, 1), loc="upper left’)

plt.tight_layout()
plt.show()

def plot_continuous_distributions(merged_data, continuous_cols, rows, cols):
fig, axes = plt.subplots(rows, cols, figsize=(18, 10))
axes = axes.flatten()

for i, col in enumerate(continuous_cols):
sns.histplot(merged_data[col], kde=True, color="skyblue", ax=axes[i], bins=30,
edgecolor="k’, alpha=0.7)
axes[i].set_title(f'Distribution of {col}', fontsize=10)

axes[i].set_ylabel('Frequency")

for i in range(len(continuous_cols), len(axes)):
fig.delaxes(axes[i])

plt.tight_layout()
plt.show()

continuous_cols = ['Avg_Variant_Allele_Frequency', TMB_NONSYNONYMOUS']

plot_continuous_distributions(merged_data, continuous_cols, 1, 2)

def plot_all_discrete_distributions_custom(merged_data, discrete_cols):
fig, axes = plt.subplots(len(discrete_cols), 1, figsize=(10, 6 * len(discrete_cols)))
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if len(discrete_cols) == 1:
axes = [axes]

for i, col in enumerate(discrete_cols):

bins = [-np.inf, 2] + list(range(3, 21)) + [np.inf]

labels = ['<=2" + [str(i) for i in range(3, 21)] + [>20"]

merged_data[f'{col}_grouped’] = pd.cut(merged_data[col], bins=bins, labels=labels,
right=False)

sns.countplot(x=f'{col} grouped’, data=merged data, color="skyblue", ax=axes[i],
edgecolor='k")

axes[i].set_title(f'Custom Distribution of {col}')

axes[i].set_xlabel('Group")

axes[i].set_ylabel('Frequency")

axes[i].tick_params(axis="X', rotation=45)

plt.tight_layout()
plt.show()

discrete_cols = ['mutation_count’, ‘Unique_Genes_Affected',
"Top_15_Consequence_Presence’, ‘affected_chromosomes_count', 'INDEL"', 'SNP']
plot_all_discrete_distributions_custom(merged_data, discrete_cols)

### Encoding

# Initialize encoders
onehot_encoder = OneHotEncoder(sparse_output=False)
label_encoder = LabelEncoder()

# One-Hot Encoding for categorical variables

nominal_columns = ['HISTOLOGY', 'SAMPLE_TYPE', 'CANCER_TYPE_DETAILED,
'RACE]

data_encoded =
pd.DataFrame(onehot_encoder.fit_transform(merged_data[nominal_columns]))
data_encoded.columns = onehot_encoder.get_feature_names_out(nominal_columns)
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# Label Encoding for the target variable
data_encoded[MOLECULAR_SUBTYPE'] =
label_encoder.fit_transform(merged_data MOLECULAR_SUBTYPE'])

# Include the numerical columns in the encoded dataset
numerical_columns = [TMB_NONSYNONYMOUS', 'mutation_count’,
'‘Unique_Genes_Affected’,

‘Top_15_Consequence_Presence', 'affected_chromosomes_count’, 'INDEL,
'SNP','Avg_Variant_Allele_Frequency']
data_encoded = pd.concat([data_encoded,
merged_data[numerical_columns].reset_index(drop=True)], axis=1)

# Display the first few rows of the encoded dataset
data_encoded.head()

### Standardizing Numerical Features

# Initialize the StandardScaler
scaler = StandardScaler()

# List of numerical columns to be scaled
numerical_columns = [TMB_NONSYNONYMOUS', 'mutation_count’,
‘Unique_Genes_Affected’,

‘Top_15_Consequence_Presence’, ‘'affected_chromosomes_count’, 'INDEL,
'SNP','Avg_Variant_Allele_Frequency']

# Apply standardization on the numerical columns
data_encoded[numerical_columns] = scaler.fit_transform(data_encoded[numerical_columns])

# Display the first few rows of the scaled dataset
data_encoded.head()

# Define the features and the target
X = data_encoded.drop(MOLECULAR_SUBTYPE', axis=1)
y = data_encoded[MOLECULAR_SUBTYPE']

# Splitting the dataset into training and testing sets
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# Using a split ratio of 70% training and 30% testing
X_train, X _test, y train, y_test = train_test_split(X, y, test_size=0.3, random_state=42)

# Display the shape of the training and testing sets
(X_train.shape, X_test.shape, y_train.shape, y_test.shape)

# # Logistic Regression

# # Define the parameter grid to search

# param_grid = {

# 'C"[0.001,0.01,0.1, 1, 10, 100],

# 'penalty": ['I1','127,

# 'solver': ['liblinear’,'newton-cg','Ibfgs']

#}

# # Initialize the Logistic Regression model
# log_reg_grid = LogisticRegression(max_iter=1000, random_state=42)

# # Initialize the GridSearchCV
# grid_search = GridSearchCV(log_reg_grid, param_grid, cv=5, scoring='accuracy’,
verbose=1)

# # Fit the GridSearchCV to find the best parameters
# grid_search.fit(X_train, y_train)

# # Best parameters and best score
# best_params = grid_search.best_params_

# best_score = grid_search.best_score_

# print("Best parameters:", best_params)
# print("Best cross-validation accuracy:", best_score)

# Initialize the Logistic Regression model
log_reg = LogisticRegression(penalty="12', C=10, solver="newton-cg’,

max_iter=1000,random_state=42)

# Train the model on the training set

107



log_reg.fit(X_train, y_train)

# Predict on the testing set
y_pred_log_reg = log_reg.predict(X_test)

# Evaluate the model

accuracy_log_reg = accuracy_score(y_test, y pred_log_regq)
conf_matrix_log_reg = confusion_matrix(y_test, y_pred_log_req)
class_report_log_reg = classification_report(y_test, y_pred_log_reg)

print("Accuracy:", accuracy_log_req)
print("\nConfusion Matrix:\n", conf_matrix_log_regq)
print("\nClassification Report:\n", class_report_log_reg)

# Apply 5-Fold Cross-Validation on the training data
cv_scores = cross_val_score(log_reg, X_train, y_train, cv=5, scoring="accuracy")

# Print the cross-validation scores
print('Cross-validation scores:’, cv_scores)
print('Average CV score:', cv_scores.mean())

# Creating a heatmap for the confusion matrix
plt.figure(figsize=(8, 6))

ax = sns.heatmap(conf_matrix_log_reg, annot=True, fmt='g’)
ax.set_xlabel('Predicted labels")

ax.set_ylabel(‘'True labels")

ax.set_title('Confusion Matrix for Logistic Regression')
ax.xaxis.set_ticklabels(['Class 0', 'Class 1', 'Class 2', 'Class 317)
ax.yaxis.set_ticklabels(['Class 0', 'Class 1', 'Class 2', 'Class 3')
plt.show()

# For multi-class problems, logistic regression uses one-vs-rest approach by default

# which means there will be a set of coefficients for each class

# We'll average the absolute coefficients across all classes to get a general sense of feature
importance

coefficients = log_reg.coef_

# Calculate the mean absolute coefficient values across all classes
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mean_coefficients = np.mean(np.abs(coefficients), axis=0)

# Create a DataFrame that maps features to their average absolute coefficients
feature_importances = pd.DataFrame({

'Feature': X _train.columns,

‘Importance’: mean_coefficients
}.sort_values(by="Importance’, ascending=False)

# Display the top 10 most important features
feature_importances.head(10)

## RANDOM FOREST

# # Define the parameter grid to search for Random Forest
# param_grid_rf = {

# 'criterion’: ['gini', 'entropy'],

'max_depth": [10, 20, 30, None],

'max_features': ['auto’, 'sqrt’, 'log2',
'min_samples_leaf": [1, 2, 4],

'min_samples_split": [2, 5, 10],

'n_estimators': [10, 50, 100, 200]

H OH OHF OH H

# # Initialize the RandomForestClassifier
# rf_grid = RandomForestClassifier(random_state=42)

# # Initialize the GridSearchCV for Random Forest
# grid_search_rf = GridSearchCV(rf_grid, param_grid_rf, cv=5, scoring='accuracy’,
verbose=1)

# # Fit the GridSearchCV to find the best parameters for Random Forest
# grid_search_rf.fit(X_train, y_train)

# # Best parameters and best score for Random Forest

# best_params_rf = grid_search_rf.best_params_
# best_score_rf = grid_search_rf.best_score_
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# print("Best parameters for Random Forest:", best_params_rf)
# print("Best cross-validation accuracy for Random Forest:", best_score_rf)

# Initialize the Random Forest Classifier

rf_classifier = RandomForestClassifier(random_state=42,criterion="entropy’,
max_features="auto’, = min_samples_split="  10,min_samples_leaf=  4,max_depth=20,
n_estimators= 200)

# Train the model on the training set
rf_classifier.fit(X_train, y_train)

# Predict on the testing set
y_pred_rf =rf_classifier.predict(X_test)

# Evaluate the model using accuracy, confusion matrix, and classification report
accuracy_rf = accuracy_score(y_test, y_pred_rf)

conf_matrix_rf = confusion_matrix(y_test, y_pred_rf)

class_report_rf = classification_report(y_test, y_pred_rf)

print("Accuracy:", accuracy_rf)
print("\nConfusion Matrix:\n", conf_matrix_rf)
print("\nClassification Report:\n", class_report_rf)

# Apply 5-Fold Cross-Validation on the training data
cv_scores = cross_val_score(rf_classifier, X_train, y_train, cv=>5, scoring="accuracy')

# Print the cross-validation scores
print('Cross-validation scores:’, cv_scores)
print('Average CV score:', cv_scores.mean())

# Creating a heatmap for the confusion matrix of the Random Forest model
plt.figure(figsize=(8, 6))

ax = sns.heatmap(conf_matrix_rf, annot=True, fmt='g")
ax.set_xlabel('Predicted labels’)

ax.set_ylabel(‘'True labels’)

ax.set_title('Confusion Matrix for Random Forest'’)
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ax.xaxis.set_ticklabels(['Class 0', 'Class 1', 'Class 2', 'Class 31)
ax.yaxis.set_ticklabels(['Class 0', 'Class 1', 'Class 2', 'Class 317)
plt.show()

# Extracting feature importances
feature_importances = rf_classifier.feature_importances_

# Creating a DataFrame to display feature names and their importance
features_df = pd.DataFrame({

'Feature”: X_train.columns,

'Importance’: feature_importances

H

# Sorting the DataFrame based on feature importance
features_df = features_df.sort_values(by="Importance’, ascending=False)

# Plotting feature importances

plt.figure(figsize=(10, 8))

plt.barh(features_df['Feature’][:10], features_df['Importance’][:10])
plt.xlabel('Importance’)

plt.ylabel('Feature')

plt.title("'Top 10 Important Features')

plt.gca().invert_yaxis()

plt.show()

features_dff:10]

# # XGBoost: eXtreme Gradient Boosting
# # Define the parameter grid

# param_grid = {

# 'max_depth" [3, 5,7, 9],

# 'learning_rate": [0.01, 0.1, 0.2],

# 'n_estimators': [50, 100, 150],

# 'subsample’: [0.7, 0.8, 0.9]

#}
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# # Initialize the XGBoost Classifier
# xgb_classifier = XGBClassifier(objective="multi:softmax’, num_class=4, random_state=42)

# # Initialize GridSearchCV
# grid_search = GridSearchCV (estimator=xgb_classifier, param_grid=param_grid,
# scoring="accuracy', cv=3, verbose=1)

# # Fit GridSearchCV
# grid_search.fit(X_train, y_train)

# # Best parameters and best score
# print("Best Parameters:", grid_search.best_params_)
# print("Best Score:", grid_search.best_score )

# Initialize the XGBoost Classifier for multiclass classification
xgh_classifier = XGBClassifier(objective="multi:softmax’, num_class=4, learning_rate= 0.1,
max_depth= 3, n_estimators= 50, subsample= 0.8,random_state=42)

# Train the model on the training set
xgb_classifier.fit(X_train, y_train)

# Predict on the testing set
y_pred_xgb = xgb_classifier.predict(X_test)

# Evaluate the model using accuracy, confusion matrix, and classification report
accuracy_xgb = accuracy_score(y_test, y pred_xgb)

conf_matrix_xgb = confusion_matrix(y_test, y_pred_xgb)

class_report_xgb = classification_report(y_test, y_pred_xgb)

print("Accuracy:", accuracy_xgb)

print("\nConfusion Matrix:\n", conf_matrix_xgb)
print("\nClassification Report:\n", class_report_xgb)

# Apply 5-Fold Cross-Validation on the training data
cv_scores = cross_val_score(xgb_classifier, X_train, y_train, cv=5, scoring='accuracy")
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# Print the cross-validation scores
print('Cross-validation scores:’, cv_scores)
print('Average CV score:', cv_scores.mean())

# Creating a heatmap for the confusion matrix of the Random Forest model
plt.figure(figsize=(8, 6))

ax = sns.heatmap(conf_matrix_xgb, annot=True, fmt='g’")
ax.set_xlabel('Predicted labels')

ax.set_ylabel('True labels’)

ax.set_title('Confusion Matrix for eXtreme Gradient Boosting')
ax.xaxis.set_ticklabels(['Class 0', 'Class 1', 'Class 2', 'Class 317)
ax.yaxis.set_ticklabels(['Class 0', 'Class 1', 'Class 2', 'Class 31)

plt.show()

# Extracting feature importances
feature_importances = xgb_classifier.feature_importances_

# Creating a DataFrame to display feature names and their importance
features_df = pd.DataFrame({

'Feature': X_train.columns,

'Importance’: feature_importances

by

# Sorting the DataFrame based on feature importance
features_df = features_df.sort_values(by="Importance’, ascending=False)

# Plotting feature importances

plt.figure(figsize=(10, 8))

plt.barh(features_df['Feature’][:10], features_df['Importance’][:10])
plt.xlabel('Importance’)

plt.ylabel('Feature’)

plt.title("Top 10 Important Features’)

plt.gca().invert_yaxis()

plt.show()

features_dff:10]
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##SVM

# # Define the hyperparameter grid
# param_grid = {

# 'C:[0.1,1, 10, 100],

#  'kernel’: ['linear', 'rbf', '‘poly'],
# 'gamma’: ['scale’, 'auto’]

#}

# # Initialize the SVM Classifier
# svm_classifier = SVC(random_state=42)

# # Initialize GridSearchCV
# grid_search = GridSearchCV (estimator=svm_classifier, param_grid=param_grid,
# scoring="accuracy', cv=3, verbose=1)

# # Fit GridSearchCV
# grid_search.fit(X_train, y_train)

# # Best parameters and best score
# print("Best Parameters:", grid_search.best_params )
# print("Best Score:", grid_search.best_score )

# Initialize the Support Vector Classifier with RBF kernel
svm_classifier = SVC(C= 10, gamma="scale’, kernel="rbf',random_state=42)

# Train the model on the training set
svm_classifier.fit(X_train, y_train)

# Predict on the testing set
y_pred_svm = svm_classifier.predict(X_test)

# Evaluate the model using accuracy, confusion matrix, and classification report
accuracy_svm = accuracy_score(y_test, y_pred_svm)

conf_matrix_svm = confusion_matrix(y_test, y pred_svm)

class_report_svm = classification_report(y_test, y pred_svm)
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print("Accuracy:", accuracy_svm)
print("\nConfusion Matrix:\n", conf_matrix_svm)
print("\nClassification Report:\n", class_report_svm)

# Apply 5-Fold Cross-Validation on the training data
cv_scores = cross_val_score(svm_classifier, X_train, y_train, cv=>5, scoring="accuracy')

# Print the cross-validation scores
print('Cross-validation scores:’, cv_scores)
print('Average CV score:', cv_scores.mean())

# Creating a heatmap for the confusion matrix of the Random Forest model
plt.figure(figsize=(8, 6))

ax = sns.heatmap(conf_matrix_svm, annot=True, fmt='g’)
ax.set_xlabel('Predicted labels")

ax.set_ylabel(‘'True labels’)

ax.set_title('Confusion Matrix for Support Vector Machine')
ax.xaxis.set_ticklabels(['Class 0', 'Class 1', 'Class 2', 'Class 31)
ax.yaxis.set_ticklabels(['Class 0', 'Class 1', 'Class 2', 'Class 31)

plt.show()

## KNN
# # Initialize the KNN Classifier
# knn_classifier = KNeighborsClassifier()

# # Train the model on the training set
# knn_classifier.fit(X_train, y_train)

# # Define the hyperparameter grid

# param_grid = {

# 'n_neighbors" [3,5, 7, 9, 11],

# 'metric: ['euclidean’, 'manhattan’, ‘minkowski']

#}

# # Initialize GridSearchCV
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# grid_search = GridSearchCV (estimator=knn_classifier, param_grid=param_grid,
# scoring="accuracy', cv=3, verbose=1)

# # Fit GridSearchCV
# grid_search.fit(X_train, y_train)

# # Best parameters and best score
# print("Best Parameters:", grid_search.best_params_)
# print("Best Score:", grid_search.best_score )

# Initialize the K-Nearest Neighbors (KNN) classifier

knn_classifier = KNeighborsClassifier(metric= 'manhattan’, n_neighbors=7)

# Train the model on the training set
knn_classifier.fit(X_train, y_train)

# Predict on the testing set
y_pred_knn = knn_classifier.predict(X_test)

# Evaluate the model using accuracy, confusion matrix, and classification report
accuracy_knn = accuracy_score(y_test, y pred_knn)

conf_matrix_knn = confusion_matrix(y_test, y_pred_knn)

class_report_knn = classification_report(y_test, y_pred_knn)

print("Accuracy:", accuracy_knn)
print("\nConfusion Matrix:\n", conf_matrix_knn)

print("\nClassification Report:\n", class_report_knn)

# Apply 5-Fold Cross-Validation on the training data
cv_scores = cross_val_score(knn_classifier, X _train, y_train, cv=5, scoring='accuracy")

# Print the cross-validation scores
print('Cross-validation scores:', cv_scores)

print('Average CV score:', cv_scores.mean())

# Creating a heatmap for the confusion matrix of the KNN model
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plt.figure(figsize=(8, 6))

ax = sns.heatmap(conf_matrix_knn, annot=True, fmt='g’")
ax.set_xlabel('Predicted labels")

ax.set_ylabel('True labels’)

ax.set_title('Confusion Matrix for Support Vector Machine')
ax.xaxis.set_ticklabels(['Class 0', 'Class 1', 'Class 2', 'Class 31)
ax.yaxis.set_ticklabels(['Class 0', 'Class 1', 'Class 2', 'Class 31)
plt.show()

## EOAPMOI'H PCA

# Apply PCA without specifying the number of components to examine the variance
pca = PCA()
X_pca = pca.fit_transform(X)

# Calculate the cumulative variance explained by each component
cumulative_variance = pca.explained_variance_ratio_.cumsum()

# Plotting the cumulative variance

plt.figure(figsize=(10, 6))

plt.plot(range(1, len(cumulative_variance) + 1), cumulative_variance, marker='0', linestyle="-
-)

plt.title('Cumulative Explained Variance by PCA Components’)

plt.xlabel('Number of PCA Components')

plt.ylabel('Cumulative Explained Variance")

plt.grid(True)

plt.show()

# Calculate the number of components needed to reach at least 95% cumulative explained
variance

variance_threshold = 0.95

components_needed = (cumulative_variance >= variance_threshold).argmax() + 1 # Adding
1 because index starts at 0

# Apply PCA with the calculated number of components
pca_95 = PCA(n_components=components_needed)
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X_pca_95 = pca_95.fit_transform(X)

# Show the number of components retained
components_needed

# Reapplying PCA with 95% variance retained
pca_95 = PCA(n_components=0.95)
X_pca_95 = pca_95.fit_transform(X)

# Splitting the PCA-transformed dataset into training and testing sets

X_train_pca, X_test pca, y_train, y test = train_test split(X_pca 95, y, test size=0.3,

random_state=42)

# Display the shape of the PCA-transformed training and testing sets
(X _train_pca.shape, X_test_pca.shape, y_train.shape, y_test.shape)

# # Logistic Regression pe PCA

# Initialize the Logistic Regression model for PCA-transformed data
log_reg_pca = LogisticRegression(penalty="I2", C=10,
max_iter=1000,random_state=42)

# Train the model on the PCA-transformed training set
log_reg_pca.fit(X_train_pca, y_train)

# Predict on the PCA-transformed testing set
y_pred_log_reg_pca =log_reg_pca.predict(X_test_pca)

# Evaluate the model on PCA-transformed data
accuracy_log_reg_pca = accuracy_score(y_test, y_pred_log_reg_pca)

solver="newton-cg’,

conf_matrix_log_reg_pca = confusion_matrix(y_test, y_pred log_reg_pca)
class_report_log_reg_pca = classification_report(y_test, y_pred_log_reg_pca)

print("Accuracy:", accuracy log_reg_pca)
print("\nConfusion Matrix:\n", conf_matrix_log_reg_pca)
print("\nClassification Report:\n", class_report_log_reg_pca)
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# Apply 5-Fold Cross-Validation on the PCA-transformed training data
cv_scores pca =  cross_val score(log_reg pca, X train_pca, Yy train,  cv=5,
scoring="accuracy")

# Print the cross-validation scores
print('Cross-validation scores:’, cv_scores_pca)
print('Average CV score:', cv_scores_pca.mean())

# # Random Forest ue PCA

# Initialize the Random Forest Classifier

rf_classifier_pca = RandomForestClassifier(random_state=42 criterion="entropy’,
max_features="auto’, min_samples_split="  10,min_samples_leaf=  4,max_depth=20,
n_estimators= 200)

# Train the model on the training set
rf_classifier_pca.fit(X _train_pca, y_train)

# Predict on the testing set
y_pred_rf_pca = rf_classifier_pca.predict(X_test_pca)

# Evaluate the model using accuracy, confusion matrix, and classification report
# Printing the evaluation metrics for the Random Forest model

# Evaluate the model using accuracy, confusion matrix, and classification report
accuracy_rf _pca = accuracy_score(y_test, y_pred_rf pca)

conf_matrix_rf_pca = confusion_matrix(y_test, y pred_rf pca)
class_report_rf_pca = classification_report(y_test, y_pred_rf _pca)

print("Accuracy:", accuracy_rf _pca)

print("\nConfusion Matrix:\n", conf_matrix_rf _pca)

print("\nClassification Report:\n", class_report_rf _pca)

# Apply 5-Fold Cross-Validation on the PCA-transformed training data

cv_scores_pca =  cross_val _score(rf_classifier_pca, X train_pca, Vy train, cv=5,

scoring="accuracy")

# Print the cross-validation scores
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print('Cross-validation scores:’, cv_scores_pca)
print('Average CV score:', cv_scores_pca.mean())

# # eXtreme Gradient Boosting

# Initialize the XGBoost Classifier for multiclass classification

xgb_classifier_pca = XGBClassifier(objective="multi:softmax’, num_class=4, learning_rate=

0.1, max_depth= 3, n_estimators= 50, subsample= 0.8,random_state=42)

# Train the model on the training set
xgb_classifier_pca.fit(X_train_pca, y_train)

# Predict on the testing set
y_pred_xgb_pca = xgb_classifier_pca.predict(X_test pca)

# Evaluate the model using accuracy, confusion matrix, and classification report
accuracy_xgb_pca = accuracy_score(y_test, y_pred xgb_pca)
conf_matrix_xgb_pca = confusion_matrix(y_test, y pred_xgb_pca)
class_report_xgb_pca = classification_report(y_test, y_pred_xgb_pca)

print("Accuracy:", accuracy_xgb_pca)
print("\nConfusion Matrix:\n", conf_matrix_xgh_pca)
print("\nClassification Report:\n", class_report_xgb_pca)

# Apply 5-Fold Cross-Validation on the PCA-transformed training data
cv_scores_pca = cross_val _score(xgb_classifier_pca, X _train_pca, Yy_train,
scoring="accuracy")

# Print the cross-validation scores
print('Cross-validation scores:', cv_scores_pca)
print('Average CV score:', cv_scores_pca.mean())

# # SVM pe PCA

# Initialize the Support Vector Classifier with RBF kernel
svm_classifier_pca = SVC(C= 10, gamma='"scale’, kernel="rbf',random_state=42)
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# Train the model on the training set
svm_classifier_pca.fit(X_train_pca, y_train)

# Predict on the testing set
y_pred_svm_pca = svm_classifier_pca.predict(X_test pca)

# Evaluate the model using accuracy, confusion matrix, and classification report
accuracy_svm_pca = accuracy_score(y_test, y_pred_svm_pca)
conf_matrix_svm_pca = confusion_matrix(y_test, y_pred_svm_pca)
class_report_svm_pca = classification_report(y_test, y pred_svm_pca)

print("Accuracy:", accuracy_svm_pca)

print("\nConfusion Matrix:\n", conf_matrix_svm_pca)
print("\nClassification Report:\n", class_report_svm_pca)

# Apply 5-Fold Cross-Validation on the PCA-transformed training data
cv_scores_pca = cross_val_score(svm_classifier_pca, X train_pca, Y _train,
scoring="accuracy")

# Print the cross-validation scores

print('Cross-validation scores:', cv_scores_pca)

print('Average CV score:', cv_scores_pca.mean())

## KNN pe PCA

# Initialize the K-Nearest Neighbors (KNN) classifier

knn_classifier_pca = KNeighborsClassifier(metric= 'manhattan’, n_neighbors= 7)

# Train the model on the training set
knn_classifier_pca.fit(X_train_pca, y_train)

# Predict on the testing set
y_pred_knn_pca = knn_classifier_pca.predict(X_test_pca)

# Evaluate the model using accuracy, confusion matrix, and classification report
accuracy_knn_pca = accuracy_score(y_test, y pred _knn_pca)
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conf_matrix_knn_pca = confusion_matrix(y_test, y_pred_knn_pca)
class_report_knn_pca = classification_report(y_test, y_pred_knn_pca)

print("Accuracy:", accuracy_knn_pca)
print("\nConfusion Matrix:\n", conf_matrix_knn_pca)
print("\nClassification Report:\n", class_report_knn_pca)

# Apply 5-Fold Cross-Validation on the PCA-transformed training data
cv_scores_pca = cross_val_score(knn_classifier_pca, X train_pca, Yy _train, cv=5,
scoring="accuracy")

# Print the cross-validation scores
print('Cross-validation scores:', cv_scores_pca)
print('Average CV score:', cv_scores_pca.mean())

# # Neural Network

model = Sequential([
Dense(32, activation="relu’, input_shape=(X _train.shape[1],), kernel_regularizer=12(0.01)),
Dropout(0.3),
Dense(len(np.unique(y_train)), activation='softmax’) # Output layer with units equal to
number of classes
)
model.compile(optimizer="adam’,
loss="sparse_categorical_crossentropy’,
metrics=['accuracy'])

# Adjust the early stopping patience to a lower value to stop training earlier if no improvement
early_stopping = EarlyStopping(monitor="val_loss', patience=10, restore_best_weights=True)

# Train the model with early stopping
history = model.fit(X_train, y_train, epochs=100, batch_size=32, validation_split=0.2,
callbacks=[early_stopping], verbose=2)

# Evaluate the model on the test set

test_loss, test_accuracy = model.evaluate(X_test, y_test, verbose=2)
print(f"Test Accuracy: {test_accuracy}")
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y_pred_probs = model.predict(X_test) # matrix of class probabilities
y_pred = np.argmax(y_pred_probs, axis=1) # Convert probabilities to class labels

# Evaluation

accuracy = accuracy_score(y_test, y_pred)

precision = precision_score(y_test, y_pred, average="macro’)
recall = recall_score(y_test, y_pred, average='macro’)

f1 =f1_score(y_test, y_pred, average='macro’)

print(f'Test Accuracy: {accuracy}')
print(f'Test Precision: {precision}’)
print(f'Test Recall: {recall}')
print(f'Test F1-Score: {f1}")

# Plotting model performance

plt.figure(figsize=(10, 8))

plt.subplot(1, 2, 1)

plt.plot(history.history['loss’], label="Training Loss')
plt.plot(history.history['val_loss'], label="Validation Loss")
plt.title("Loss Over Epochs')

plt.xlabel('Epoch’)

plt.ylabel('Loss")

plt.legend()

plt.subplot(1, 2, 2)

plt.plot(history.history[‘accuracy'], label="Training Accuracy')
plt.plot(history.history['val_accuracy'], label="Validation Accuracy"’)
plt.title("Accuracy Over Epochs’)

plt.xlabel('Epoch")

plt.ylabel('Accuracy")

plt.legend()

plt.tight_layout()

plt.show()
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