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Machine Learning Approaches in Genomic Data

Tapsas Apostolos '*, Evangelos Evangelou®*

Abstract

Yzdyol Sudgoc sive m spaguoy| pelidiioy pryavole pidnone os pa mpayparoo] ey neplioeone ge axomd try
EUEaT) Tom X AUTEROU OEEDOROU|TY.

Acbopéva xan Médobo: Ta beboyéva e UK Biobank zepiéyouv yovdrumoug ya 488.377 ocuupetéyovizs.
And touc ouppetiyovies autols, 438,427 fyouv yovorunniel o 825.427 nolupoppiopois and to Affymetrix
UK Biobank Axiom Array chip evéy o undhowmor 49.950 yovoruniinzay oz 807.411 nohupoggiouols ané to
Affymetrix Affymetrix UK BILEVE Axiom Array chip wnc pedéone UK BILEVE. H xataypagt] twv pn
Tunoolruévey toluposgopty (imputation) zpoypatonotfiinee xevepied and v UK Biobank yenowozotdiveag
piat mhatgipia ovagosds mou ouyyoveuos Tig mharpopues UK10K and 1000 Genomes Phase 3 xaidx exnlorg
»xu trv Consortium Reference Consortium (HRC) tharwdppa. And toug 488.377 ouppetéyovies tng

UK Biobank e Suxldéowa yevetind bedopéva anoxhsiotnxay o drous un-suswndlxic Tpofhsuans xo ue T Yeron
TV HEVIpIKE TapEyopEvev Gebopdvev ouyyevelas tne UK Biobank, anoxdelotieay and v avihuon onowbrirote
Ledyn ouyyevdiv Tou xau 2ou Boduod. Evvoniotpoav o neplotonxd pelaviporos, péow trg oUvdeong ps To
wevtpld pntpda tou Edvikot Kévigou Yyeixc tou Hvepéveu Baosieiou (NHS). To xevepied przpda tou NHS
rapéyouy TAnpogoples oysTixd P T xatxyeposs xapxivou xm Tous YavdTous ToU XWHOTOWNYTHL CULSWYVE UE
1 101 avadedenon s Awivois Tafwéunone twv Noonudty (xwbol ICD-9xx ICD-10 (C43) (WHO,
httpi//www.who.int/classifications/icd/en/). KazahfZups oe 2,871 zepinzhosig xapxivou and dropz supwnaixis
TEOERELOTE, OV onolty 1) rpeTh BudyveoT) xapxivou fitay peldveus. And Toug unbhottous cuppstiyovees g UK
Biobank emuéydnxav 378,624 uyislc udotuges oL onolat Bev elyav ot Syvaoiel pe xagxivo f slyoy avagépet
v Unapln xogxivou péow autoavagopds xa bev slyay xatayeonlel ot oto slvixd untpdo xapxtvou. Yty
ouvEyewe exthéyiinxay 564 aoleveis ol onolol elyav Srywaotel pe pehdavapa xau 564 uneic acdevels, pe oxond my
exnuideUoT] £vis TEXVToY VEUpEVIXG Butol o onolo Ya npofiénel av évag véog aoilevels enpdxeito va avantiia
Arozehéopare: Ta mogootd enzuylas mpofiebng twv 800 ducloyv =ou exxmbéeutixay Multilayer Perceptron -MLP
xx Support Vector Machine -SVM fizaxv 68.99% xa 80.71% aviiotoya drav yia tnv exmadbeuot toug Eyve 1
LEHoT H6vo Ty pavotumudy Bebouévav. Me Ty sloaywys ey Yevetdy debouévay oty exnaideuoy Twy
povréhny, To nocootd emttuylug mpbfiielng aulhdne ot 72.1% v to poveého MLP xo 81.67% v to povtého
SVM.

Yuprepdopata: To onpaviindtego anotéieopa tng rupolons epyasiag elvol weag ye tnv wpoothixn tne yevetuaic
mhngogoglag ora yoviéha sameuyBiixay peyakitepa tocootd axplfiews.

To poviédo nou npotelvete e wadOtepy emhoyy ehval n pnyavi urootiping Bavuopatov(Support Vector
Machine-SVM) yeplc autd va ouvendryess e trv andgpuln evis povidhou eypmod veupmvixol bueriou(Multilayer
Perceptron), xallag v andboor; tng axpiaag tou euptdte and TV apYITEXTOVIKS, TOU.

Keywords
Meydda Asdopéva — Avihuong Asbopévey — EZdpuln Acbopdviay — Myavixs Madnon — Madnon o= Badoc
— Teyvnzd Neugwvixd Abcua — Python
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Anayopeietm n avaypayr, anoltfixeuar, f kavopr, g nagoloxs spyadiag, e ohoxifpou 1) ufjates authc, yux spnogxd oxo=d T ywals
va avayplgem Y =y npodlsuons . Emrpdneea n avarlizuon, anodrxeuor xm Suavour yia oxono pr xecdooxomnxd, exzabeunxns 6
eprur s ploewus, Uno thy npolinddean va avapépeza v =nyY npotizuang xm va Srsnpeitet o mapdy pijvupa
Epwtfpara zou apogoiiv < ypfer, tne epyaoiag yix xepbooxomxd oxond ngénet va azsuiivovim ngos 1o auyypagé.
Or il xm 2 oupResdouata sou TEpEovTo OF ottt To Sy ypapo Exgeilouy Tov auyypapéa xm bev npéne va eppmveutiel G
avaspoowseboly Tig enionues oeig tou lnemotinou Beooxiiag.
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Machine Learning Approaches in Genomic Data

Tapsas Apostolos '*, Evangelos Evangelou?®*

Abstract

Purpose: The aim is to apply mechanical learning methods to a real case study in order to find the best classifier.
Data and Methods: UK biobank data contain 488.377 genotypes. From 438.427 has been genotyped to 804.427
polymorphisms from AffymetrixUK Biobank Axiom Array chip and the other 49.950 has been genotyped to
807.411 polymorphism from Affymetrix Affymetrix UK BiLEVE Axiom Array chip for the UK BIiLEVE study. The
imputation register was held from UK Biobank with UK10K 1000 Genomes phase 3 platform and Consortium
Reference Consortium platform. Of the 488,377 British Biobank participants with available genetic data, people
of non-European origin were excluded and using centrally-provided data from the English family of Biobank,
exclusions from the analysis were any pairs of 1st and 2nd tier grades. Instances of melanoma have been
identified by linking to the central registries of the National Health Center of the United Kingdom (NHS). NHS
core registers provide information on cancer registries and deaths coded in accordance with the 10th revision
of the International Classification of Diseases (ICD-9 (172) and ICD-10 (C43) (WHO, hitp: // www .who.int /
classifications / icd / el /). We ended up with 2,871 cases of cancer from people of European origin whose first
diagnosis of cancer was melanoma. Of the remaining UK Biobank participants, 378,624 healthy controls were
selected who had never been diagnosed with cancer or had reported self-reported cancer and had never been
registered with the national cancer registry. Then, 564 patients who were diagnosed with melanoma and 564
healthy patients were selected to study an artificial neural network that would predict whether a new patient was
going to develop melanoma.

Results:The accuracy score for multilayer perceptron-MLP model and support vector machine-SVM model is
68.99 and 80.71 without the genomic data. With the genomic data input the accuracy score is 72.1 for multilayer
perceptron-MLP and 81.67 for support vector machine SVM model.

Conclusion: The most important result of this study is that with the addition of genetic information to the models,
greater precision has been made. The model recommend as the best choice is the Support Vector Machine
(SVM) without this leading to the rejection of an Artificial Neural Network model (Multilayer Perceptron), as
accuracy is dependent on its architecture.

Keywords
Big Data — Genomic Data — Data Analysis — Data Mining — Machine Learning — Deep Learning — Neurall
Networks — Python
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Ergoryoyh

Eivon yevixdc anodextd nig Lodue, eEEeAoodUoo TE Xol oVl
TTUOGOUUOTE 610 GUYYPoVo TERBHAAOY T XowemViug T1C
mhnpogoplag. BTy enoyt| autr €youue Ty duvatdTnTa
npéofucrc oe yvioe otic onofeg Yo fTay Bhoxodo 1 add-
Voo Vo €youpe npooBaor oto nagehdov. H duvatdtnta
ouTH TEoXOTTEL and TNV avTohhayt xat anotfxeuor) de-
Bopéveyy ot yeydhes Bdoeic SeBOEVOY UE TNV LopHT| oxoTE-
pYaoTre mhnpoyoplac, oav enoxbdioudo tre poyduloug eZEA-
1&ne e teyvohoyloc xatd tov teheutalo cudivoL

H avrahhay ) xon anotixeuar, authc Tng 1600 ueydhng
cuyxowdrc dedouévmv (Big Data) noputrpeite oyt wévo
oo xowewxd toufa (Social Media)[11], arhd xou otov
ETLO TAULOVXO.

Entotruovxd xévipa 6nme 1.y 1 NASA[9] xou to CERN[10]
omoUnrehouy UETEHOELC PE TNV Loph| TATgogoglog.

Axdur, po guyxouldT edopéveny Tou Beinvexols au-

ol guvavtdTas xou oto tedlo g latpuxt,.
O xhaowée pédodot trg otato txfic aduvatodv vo enel-
EPYUOTOUY UTO TOV TEGUOTIO Oy %0 BESOUEVKV[12], uE amd-
TEGO AMOTEAEOUO VOL TOXUTTEL GUECH 1) VALY K T] AVETTUETS
vEwy uedddov encepyaoiug 1OV Topamdves SEBOUEVEV.

H avéryxen oautd Snoleynoe £va véo Topéa 6Ty ETLaTHUY,
¢ [Dieogopintc, tny EZépuin Acdouévey. H EZdpuln
Acgdopévenv anotehel Ty cuvepyaoia Bidpogty ETaTNHOY-
ey ®hddev dnee autol e lutpufc, tev Mooty
xon [Thnpogopxric. ®oiveton vo efvan modhd uTooydpevr
%00 6g epopudlEl Wiol oeLed VEGY TEX VXY 6T 1 Minyovixd
Médnon[13].

H avéyxn yio egoguoyt g e€6puine dedouéviv ae
didpogous xhddous g Tyeluc auidvetou pe tov (Do pu-
Vb ahinong tev 6edopévesy tou anodnxehovion xolnuee-
vé otic frotpdmelec.

Mopadelyuatoc yapv otic Plotpdneles ouvaviolue de-
Bopéva ['evetinric nhnpoyoplac(Genomic Data)[14] to onola
AnOTEAODY €Vl UEYIAO HYXO aXUTERYUO TS TATEOYOEiuC.

H Xuvepyaoia tne entothune e [TAnpogopxfc pe Ty
Moguoer] Biokoyia yia Ty encdepyacia autdy v 6edo-
pévery drolpynoe Ty Bio-thngogopint,.

Egappoyéc Mnyoviuaic Mddnone otny Tatpum
H wryoovnh udidnon Beloxel supela epouppoyn otov emtotr-
povxd xhédo tnv latpuen, pepinée and autés Tig EQupUoYES
ebvon:

o lotpuxd| Budyveon [23].
o [lpbyvmon o tedPhedir Tou xoapxivou[21][22].

e Opodonoinor tou DNA[19][20].
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T rofoutoo

Aoyiatind| [levdedunor

H hoyiotea] nodvBedunor anotehel wio xhaou otato-
x| pévodo opadoroinone A tedBiedne tpmv[16]. H ho-
YioTLo TEAvOEoUn oY egoapubleTon GTay OEV IXAVOTOI0)Y-
T ot UROUEGELS TNG YRURUIXS ToAvBeounors oL onoleg
elvon oL e€rc:

e Opooxedootxdtnal16].
o Kovowxdtrnra[l16].
o [copuxdtnral16].

YUVETOE TO Aoyl TS povTEho elval Evor W] YeuuuKo Hov-
tého To onolo yenowonoweiton dtay 1 eZupTnuévn netaBA-
A (1) elven dlaun[16], yveo v xo ¢ petafintd Bernoulli,
TOL OPEAPATY TOU OTIOLOL BEV UTUXOUY GTIV XAVOVIXTH KATO-
vour xot 1 petaBhntd andxptone T elvor doxprtd A dltiun[16]
xou opllete we eZhc

Y; = E(Y;) +ei16] (D

e PotBix) 1
CeBothix) 11 e~ (BotBix) 4

E(%) 6] @
Emngociétwg, nhoyio o nahvdpeburnor divel Ty Buvato-
Tnta npbBhedne mbavogdvetoe xo autd cupfaivel dLoTL 1|
eZoptnuévy petafint (T) eivon ditn, cuvends 1 cuvd-
etnon ruxvotntog mdavotntac Yo elvon

fil¥) =al' (1 —m) i[16] 3)

H ané xowvol cuvdptnon mavétntog eivon:
n n
s.yn) =[] i) =[] m a (1 —m) Y [16] @)
i i

o (Lovtog oAV CUVEETNHONS TEOXDTTEL 1)
Aoyupriuilovtac v nup deTn o ]
TOPUX BT aYEat):

InL =Y Yi(Bo+ Bix;) — ¥ In(1+ Po"%) (5)
=1 i=1

H oyéon(5) ovoudleton hoyoupiduixd ouvdptnorn mdavopdvelus
1o TrTa unohoyiopol g TaveTI T ELEEMATIC EVOS CUP-
Bdvtoc mou epgpavilel v nopandves cuvdpTron[16], epog-
u6leton o o TAnddea ttpiesy npofhnudtev[15].

Awadinaoio EZopuing Acdopévev

H EZépuén AcBopévev amotehelton amd plo oetpd evepyeihv
oL onoleg oxohoudodvtan yio T Brovpyio YVooTE.

H Stadixaoto outh onoteheiton ound téooepn o wéda T onola
napouctalovia oto Ly fual.[1].
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Syhua 1. Avobiraola EEopuine Acdopévev

Hegrypaph Moviéhmv
H 18éa Ty teyvntedv veupovixdy dixtiny avartihylnxe
and toug McCulloch xou Pits[ 1] To 1940 ot onolot nepiéypahoay
éva poviého 1o onolo anotehel To O UTAG VEUELVIXD Blx-
w0, YVeo o xu o¢ Perceptron. Ov McCulloch xa Pitts eg-
wypaoy autd To Bixtuo oav pla Stadixacia TOAAATAUOL-
aopo’ Ty eloodwy Ye éva ouvicheo T Bdoouc xal oTny
OUVEYELL T ELoay LY 1) TOUC Ot pio ouvEpTNoT EVERYOTOINOTC
1 omola e€dyel Ty TeAKT xotdo Taon Tou veupdval1].
Avadvtidtega av x1, x2,.. , xn elvan o1 eloodol tou
veugmve To1E o dfpoloua Tou DEXETAUL O VEURMVIC diveTE
and Ty oyéorn:

uzzw,-*x,-—ﬂll] (6)

‘Onou wi 1o cuvantixd Bdgrn Tou veupdva, 3 10 XoTtight
evepyomoinong xo u 1 Siéyepor Tou veuptva. By ouveyela
TO TURATEVE) ATOTEAEOUN ELOGYETAL OTNV CUVILTNOY] EVER-
yomoinong, xou e€dyeton 1) TeAu TW(xaTdoTaoN TOU VEUR-
OVA)Y OTG TERLY PAUPETOL OTTV TASUXATE OYEa);

y= f(u)[1]

O ouvapthioe evepyonolnang nou avagéglnxoy towxiAouy.,
Mepixéc and autég eivau: 1) Brpatixn cuvdgtnor(step func-

tion), ovyuoedhc ouvdetnon (sigmoid), unegBohny| sgarto-

pévrn ouvdgtnon(hyper-bolic tangent) xou Téhog n ouvdgTnon

ratexphion (threshold function)[1].

(7

wi

W2

W3

Yyfa 2. Movtého McCulloch xou Pitts

To povtého McColloch xau Pitts eivan apxetd xovid oe éva
HovTého amhhc Yeaux e tahvdpdunongl.

Bote évag veupdvag wlog eloddou, atov onolo eloépyovia
oL Téc TN peTeBAnTc X moAhamhaowaldueves Ye o av-
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f(x)=x. H nogandves neprypat exppdleton yordnuoutixd pe
Gdon v oyxéon(l) e

(8)

y=xxwl—0

Y1y mopandves oyéon o Twée Tov Wl xon ¥ elvon otadepés
ontdte prnogel var optotoly xu ¢ éxppoor wag euleloc pe
TiC e8¢ Do TR TES:

o Mrnopel vanpolhepiel n tr tne eCaptnuévng uetafh-
noic Y.

o H vevir popon tne oyéonc(3) unogel va opadonowr-
Vel

Télog, av oty Tagandve oyéon ewouydoly neploodTepeg
aveZdptnres petaAntéc ToTe 1) oyéor auth Vewpeita éva
(ovTENO TOANATANS Ypouixrc TaAVOpoUnone.

O Buvatdtee Tou poviehou evoc veupova teplogilov-
Tt og Tpolifuata Tou Buodido Tatou yohpou N oe TEoBAY-
HaTe TV 0oV 0L TELpUUTIXES HOVEDBES TIEpLYpdpOoVToL
and 8%0 yuguxtngloTixd[1].

Mo Ty dgan Aowmdy autols Tou neploplopol) yiveto 1|
xehon negioodtepny veugoveyv. H yehon xgunpoy veuphvoy
yio Topddety o OnuLoupYel pial apyITEXToVIXH TOAAGOY O Te-
OUATOY XL VEUROVGRY YVeo T w¢ Bixtuo perceptron moh-
Aoy otpopdtev(Multi-Layer Perceptron-MLP)[1].

g
b

\0

(

ozo
W
()
/5

5
o

4N
oo
o;o;o

N

output layer

hidden layer 1 hidden layer 2
Yyfue 3. Movtého Multi-Layer Perceptron 2 otopdteoy

input layer

To opdhua atov x6ufo £680u j Tou n-oatoY) dedopévou
exppdletal ano tny oyéon:

ei(n) = dj(n) —y;(W)1] ©

‘Onou d elvoy 7 petalinth otdyog xon y 7 ££0d0g Tou veug-
wveL

Yle éva BixTuo perceptron mohhGy o TpOUATOY T o
ey x6ufov puiuilovtu Bdoet Sloplhoewy tou ehayioton-
0l0hy To ogdiua og ohdxinen Ty £2odo aro thy oyéon:

g(n) =1/2Y e3(n)[1] (10)
J

tlotoyo Bdpog Toug wl pe ouvdptnon evepyonoinong v Eva yupaxtneio tind teov MLP civau 671 oL veupdives ontoloudinote
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oteopatoc | TpogodoTtoly anoXAEW T TO-UC VEURWVES
Tou endpevou otppatoc +1[1]. H duvatdtnt-a avarapdo-
TUOTE DLAYLSIOTIXGY ETLPAVEIDY o Tapéyouy Ta MLP
umopel va Btdaer hiogig og un Ypouppxd Sy wpiowa teol-
Mol 1].

Exraideuor tou poviéhou
Me tov dpo exnaideuor evog BixthHou TOIOY OTELUETEY
evvoelton 1; Bradixacio piduene twv Bapdv Tou éT6L HoTe
VOLLXAUVOTIOLELTOL XATOL0 %pLThpLo xatahnhohntac[1]. Autd
ToL xdver evdtagépouoa Ty exnaldeuon evoc MLP eivor
TE TO xotdhknho oe péyelog dixtuo unogel va exnudeu-
Vel o var pdet onowdrinote ouvdpTnon UE OTOWBHTOTE
enuunt towdTnTa tpocéyyiorg [1].

O napandves LoyuEoUdE elvat YVOOTOC xol 6O WDOTATY
Tou xadohinol tpoosyyio T 1].

Téhog, Ta faoind npoBifuate tou tapouctdlet To Topa-
Tdved poviého elvan

o TIpdBhnua apyrtextovixic, Onhadr THo0US VEURHVES
®ot thoo xpund enineda Va tepénel va BidéTel To Hov-
Tého Yo Tn BéRTio T Suvart Mior Tou exdo tote TpoB-
Muarog[1].

o TTow ouvdpTnon evepyonoinong eivat 1 xatohhnhdTe-
en1].

o Bpubelu exnaidevon[1].

Mryavéc Awavuopdtoy Troothalng

Avdewpniel éva ypapuuxd oy wpeioo tedBhnuo 500 oudod-
v auTh onuaivel Teg undeyouy drewd Lelyn w,w0 tou
propoly va duatywpicouy Tig 8ho xhdoew. T tny emhoy
e xohdTepTS Suvatiic AMlong yenowonotEitor To %eLThRo
Tou mepriwpiou Tafwvounong (margin) y o onolo opileta
&g 1o dpowous Tev Y0 xo v 1 tev xhdoewy drou:

) W7 x 4wy . —(WTx+wp)

— JONONN 1l L B oLl LA R
3‘[} m”:.lE(.U ||W|| mln.l‘ECU ”W” [ ] ( )
. (W x+wo| . (WTx+wp)

M = Milyec) ———— = Milyec) —— 1] (12)
<) S T
Y="mn+71[1] (13)

To npdtuna X g xhdone CO xon X' g xhdong Cl pe o
omola emTUYYdveTH 1) ehdyioTn andotaor xaholvtal Oi-
avOopaTa oo THoEne(Support vectors) 6nws wolveta 6T0
TUpUXdTEY oYL

H enéxraor tre napandve) meptypagric Tou poviéhou ot
U1 Yeouped By welowes xhdoeg progel v Yiver ypnot-
HOTOLOVTUS XEATOLO XATIAANAO U1 YEUUHO PETAC Y NUITLO-
po e()[1]
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Tyhuot a. Smf.ill-lMalrgiﬁ Vs Maxinllun:'l-marg.in.l H)I;pefplz.ine
and margins for an SVM trained with samples from two
classes. Samples on the margin are called the support vectors.

Yy mepintwaon auty 1) BéATiot Buayweto x| emupdvew
TEQLYPAPETOL OO TNV TopaXdTe) OYEaN:

P
g (x)=wld(x)+wo= ): Aidid(x;)T (x)+wo[1][1] (14)

i=1

Edv oty Tapandve) oYEaT TH E0GTEPIXY YLVOUEVY AVTIXA-
TaoTadoly oo %(X,y)eg:
k(x,y) = @(x)" @(x)[1] (15)

Téte 1 oyéon (9) opiletn tie:

g (x) = wld(x) +wy = )E:A,—dfk(x,_\')—k woll]  (16)

i=1

H Xuvdetnon k(...) ovoudletar ouvdptnor nupfiva (kernel).
O ouvléotepec Tuvapthoeis muphva eivon oL eZrg:

e ['xaouowavi RBF
e TTohuevuuud
o Tiypocdrc
'Ornwe galveton 670 Tapaxdte oyt

SVC with linear kernel

LinearSVC (linear kernel)

SVC with RBF kernel SVC with polynomial (degree 3) kernel

Eyfuax 5. Support Vector Machine Kernels
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Mévodor

Epyahela

To ggyaheio nou yenowonoinxe v T cuyypapn TV
TpOYpUUUd TGV TpoeTeEepyaoluc Xot EXTOUBELOTC TLY LOVT-
ehev elvon to tepiBdihov Anaconda, to onolo nepyel To
emotnuovixd epyoahelo spyder 3.2.8 tne YAdoooe tpoypoy-
patiopot Python 3.6,

Meéyedoc xon Xapotnplotixd tou delypotog

To dedopéva to onola cUNAEY Onxay and ) Brotpdnela Tou

Hvepévou Basthelou(http://www.ukbiobank.ac.uk) ayyilouv
0 322.579 nepro tanixnd 1o onolo Beloxdvtouony o 8ho op-

yelo. To apyelo pe ovopo “phenotypic dataset” 1o onofo

replelye Ta ganvoTuTd Yopax TNelo Tid Ty 322.579 nepin-

ThoemY, xu To dpyelo pe dvopo 20snps file 2 to onolo

TEPLE(YE TOUC TOAVLOPHIOLOUC TLY UTUTIOV VLo TO Lehdv-

wua[8] dnme gaiveto oTov TopxdTe Tivaxo.

SNP | | Region | Gene | Eifectallele | EAF Beta P-valug
rs1241086 150856153 1g21.3 ARNT/SETDRL G 0,63 0,13 5.2%10-13
relBSE550 226608104 142,12 PARP1 c 0,66 0,143 1.7x 10-13
TSE7S004T 38275549 2p22.2 RMDNZ [CYP181) A 043 0,088 2.9x10-7
rs7582362 202175294 1qil-gla  CASPR A 0,27 0,113 39x 109
5380286 1320247 5p15.33 TERT/CLETMIL A 044 0,152 1.6 = 10-17
5250417 33952378 5pl32 SLC45A2 c 0.57 0,891 2.3210-12
ri6914598 21163919 6p22.3 COKALL c 0,32 0,108 3.5x 10-8
rs1636744 16534280 7p2l.1 AGR3 T oA 0,105 7.1 x 10-9
FSTES2450 21835075 9p2i COKNZA/MTAP 1 0,52 0,212 4.6%10-32
rs1073922 109060830 9q31.2 TMEM3GB [RAD238, TALZ) T 0,34 0,12 7.1 x 10-11
ri2995264 105668343 10g24.33 OBFC1 G 0,09 0,143 852 10-7
rsdS8136 69367118 119133 CCNDI ) 0,32 0,116 1.5 % 10-12
31393350 89011046 11g14-g21 TYR A 0,37 0,198 2.5 % 10-25
rs7300821 108137689 11q22-g13 ATM G 0,86 0,188 1.4210-12
rsA778138 23335820 15q13.1 OCA2 A 0,84 0,18 3.1x 10-9
rs1259661 54115829 169122  FTO A 0,18 0,143 1.5 x 108
rSTI5T060 29846677 16q24.3 MC1R c 0,08 0,6 6.2x10-92
reG088371 32586748 20q11.2-g12 ASIP T 0,14 0,267 3.4 % 10-25
rsA08825 42743496 219223 Mx2 T 0,8 0,141 3.2 x10-15
rsI0821E0 38571563 F2q13.1 PLAIGG A 0,53 0,116 2.1 ¥ 10-11

SUyfua 6. Alota tohupoppiopsy (SNP) nou oyetilovia
GTUTIO TG OTaVIIXd YE ToV X{VBUVo avdmTugng
HEARVOUUTOC.

To yopoxTnelo TXd TeV puvoTuTIXGY Sedopévev elvor To
e&hc:

e Phro (Sex)

o [Thxio (Age)

o (pec éxldeornc otov Ao to xahoxaipt (Time summer)

e Qpec éxdeorne otov Bho 1o yewpdve (Time winter)

o Hhwoxd eyxadpota (Sunburns)

e Xptomn aviniiaxoe) (Sun Protection)

o Av éyel yivel solarium (Solarium)

o Xpdpo 6épuarocg (Skin colour)

o Buxoha poupiopatoc (Ease tanning)

o Xomuo pokhuiy (Hair col)

o [fgovor npoomrou (Facial ageing)

e Avéntuln pehovopotos (Class)
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[lgoeneZepyaato

't v etooyBo0y ta dedopéve oto tehuxd poviého Ya npénet
Vo uToo ToHY xdnola o enciepyacio ye oxond tny edicog-
poémnoT Ty dedoudvev[3].

H npoeneepyacia anoteheltan ond e€hc telo Boowxd Br-
ottt

o Trv eZdheuhr edheindv Ty (missing values), ot
npoxinTouy Tpofhfuta utohoyiopot|2].

e Tov éheyyo tng oogporniag 1wy deboudvey, driadt
oV oL XAAOES TV dedopévev elval (0EC ¢S Tpog ToV
apLiud Toug xou edv 6y T6TE Vo mpémel Vo edloop-
ponndoly, BloTL tpoxinTouy TpoBifuata edixeuarg
Tou poviéhou ot plo xhdor, (o poviého mpofiénel
nohd wévo Ty ule xhdon) [3]

o Trpeiwor, av elver Suvatd, tov dlctdoeny oy de-
BOUEVOY 1) ahAodC TNV e€dheur TEQLTTOY Yogux TreLo-
Txev Tou delypatoc (dataset)[3].

Xenowonotfiooye évo tpoadetivd (additive) povieho xhnpoyv-
oUMOTNTOS YioL TNV ovahlor Ty dedouéviy. Télog, a
npénel vo axoroudfioet o éheyyoc eZdheubne yopuxtrplo-
ROV i GAAOC 1) PElOOT] Bloo THOELY TtV BEBOUE-VEV.

Avéhuone Kuglov Euvoteooy

Mio tétota pédodoc eivan 1 Avéhuor Kugley Luvotmody
(Principal Components Analysis-PCA) 1) onola npobnodétel
Tor ook dTes Briporta2][4]:

e Tovunohoylopsd Tou tivexa CUVBLIXUUAVOEWY S TV

yopuxtrgoTikey D[2][4].
S = cov(D) (17)
‘Omnou
1 n
cov(x,y) = — Y [(xi%) » ()] 18)

i=1

e Tov unohoyiouwd TV IBLOTYOY %ol IBLOBIVUCUITHY
Tou ntivosa auvdloxupdvoemv[2][4].

S#eigenvectors = eigenvalues = eigenvectors (19)

O nivoscog tev iBtoToy eigenvalues dely ver tny <oup-
uetoy = tou xde yupuxtrploTixol) ot dha To Bedopéver
Edv 1 e auth elven néves ond 1 tdte 1 pédodog npotebvet
TS TO YopoxTrelo Tind autd Ja npénet va Angdel unddiy
(Kaiser, 1960).

Av 1 wpr Tou yoapaxtnelo tixod elvan xdte and 1 tote
TO YopaX TNPLO TG LT Bev Tpénet va hrpisl unddiy (Kaiser,
1960).
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Aroteléaporta

To dedopeva anodnueuthinay oto apyelo ue dvoua alleles
XKoL CUYYOYEUTAXAY PE To Dedopéva Tou apyetou phenotypic
dataset.

Ta 8edopéva o onola teptelyay eAhetnotoss TéS apou-
peUnxay pe anotéheopa To VEo péyedoc tou delypotog vo
etvon 180.536 nepintdioeic ex v onolmy ot 564 anoteholv
TEPITTOCELS HEAXVORLITOG.

Yy ouvéyela tpootédrxay dhheg 564 uyielc nepintdd-
oelg 610 TeEMXO apyelo pe dvopa dataset pe tehind péyedoc
delyporoc 1016 nepintnoeic 499 eupmnaltv YuVOLXOY Xt
517 eupenoiny avdpmy e uéao bpo niuxiog 57 1.

H emthoy? auth éYLve e oxond Ty aropuyn g edel-
dixeuone tou poviéhou xudae 1 peydhn avicopgonia eV
TEPLTTOCEMV(LEAAVOUATOS Xl Y] PeEAovdUatog) Do odry-
olioe og andppln The wxpotepre TANYuoULC opddog
ond 1o poviéro.[5]

Ytov mopaxdte mivaxa pouivovton oL WoTHéS TV de-
Bouévey oy yenowonoinray yior Ty exnauideucy] Twy
HOVIEALV,

Hiventae Lo TLOY
Xopotnetotixd IotoTuun
sex 62.65
age 16.73
time summer 13.95
time winter 7.23
sunburns 0.2
sun protection 0.2
solarium 1.4
skin col 1.21
ease tanning 0.67
hair col 0.80
facial ageing 0.94

Hivoxoe 1. Tlivoxae WBLoTikoy Tou %x30e yopuxTnelo tixo.

Av xau To xpLthiplo Kaiser mpoBhénel nwe T yopan Trpto-
Txd, nhoxd eyxaluarta, 1 yeRon tou aviniiaxol, 1 eu-
xoho pavglopato xon To yeouo Tov pokhieky Yo Teene
vo. topahnpouy, nagdha outd Satnehlnxay 610 yovieho
AOYO TNC YVOO TS Tpoyveo e touc afluc otny avdm-
TUET] TOU UEAUVOUATOL.

H npotr npocéyyion tou npolifuutog €yive e v
oo pédodo g hoyio s tokdedunonc.

H umhétepr axeifBero npdBhedng uehavipotog yerotuo-
TOLOVTUC POVO To PUVOTUTIXG. Yopux Treto tuxd(agyelo ue
6vopa phenotypic dataset) tov nepintdoemy eivan 58.60%
(oo 7).

Me tnyv ngboleon 1oy yeveuxdy dedopévmv (ugyeio
phenotypic dataset xou alleles) oto poviého, 1 ulniotepr
axpifera npdfiedng avépyetan oto 60.31%(oyfua 7).

Hpooeyyilovtoe to nedfhnuo ue éve multilayer percept-
ron-MLP yia trv opabonolnor tev dedoyévev.

H Sadiacta e exnaideuong evég MLP anoteheiton
omd Boxpéc oL onoles yivovto UE axomd TNV eniteudn e
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xahO-tepne Buvathic axpglBewac tng tpdfhedng. Ot doxiuée
npaypatorotiinxay oe eva MLP evéc xou 800 xpuoty otp-
OUETEY ye HEYLoTo aptdud VEuphVLY Toug yiloug.

H udmiérepr axpiBera npdBiedine pehavdpatoc yerot-
HOTOUBVTAS HOVO ToL (PUVOTUTILXY Yopo THeLo Tid(apyelo
ue ovopa phenotypic dataset) tev nepintoeny elvor 69%
(oyfua 7), pe éva xpupd eninedo 498 veupdviv.

Me v npboldeorn Ty yevetuxoy dedopévery (upyeio
phenotypic dataset oy alleles) oto povtého, n ulnidtepr
axplBewa nedPhedine avépyetan oto 72.1%(oyfua 7) opoleng,
ue éva xpupd eninedo 498 veupdvev.

H ity npocéyyion tou neofifuatog elvan 1 exnoid-
guar evég SVM.

H ulmhdrepr oxpifeia npdBhedne pehaviduatog yenot-
UOTOLOVTIS HOVO To (PUVOTUTILXG Yopax THeto Tixd(apyelo
ue ovouo phenotypic dataset) tov nepintdosmy avépyeTo
oto nocootd Tou 80.71%

(oyfua 7).

Me v npbodeon v yeveTuxmy dedouévev (apyeio
phenotypic dataset xou alleles) oo povtého, n ubnidtepr
axpifiera npdfBiedne avépyeto oto 81.67%(ayfua 7).

Suppert Veaier Mathing Logiatic Regrassion

phenotypic phenotypic = alelle  phenotypic phenotypic + alefle phenotyplc phenotypic « alelie

dataset  dataset
Dataset

Syfua 7. llocootd AxpiBeiag Moviéhmy

dataset datlaset dataset dataset

YUPTERAOHAT

To orpavixdtego unotéheopa elvon 1 wlZnor Tou ToCOO-
100 TEoBhedng TV HOVIEAMY UE TNV ElCAYOYT TS YEVE-
e Thneogoplag.

To nocootd uxpificioc npdBhelne Tou poviéhou yoou-
phe ToAVdeOUnoTS fitay To XedTERO Um0 To LOVTEAL Xt
oL TWES Tou HTay XoVTd oTa TpoBAEnoUEvVa anoTEAEoUAT
ahupeva xon pe tn Bilhoypapla[ 151[17][18].

To arotehéoputa delyvouy 6Tt 1o SVM anotehel v
anodoTxdtept] Mo ouYXEITIXE PE TIC dAheC Buo TEoo-
eyyloeic onme TexunpuidveTo o oty emoTRoved] B-
hoyeaple [6]1[71[17][18].

H owot emhovt trg ouvdptrnorne ndenva(kernel) ef-
vau e€ongeTind onuavtind yio Ty enttendy ogdey onote-
Aeoudteyv]7].

Yy nopoton €peuva Tar Bedopéva xatd xplo hbyo
armoTeEAODVTOL And BLXELITES TWES XL © YMPOS TURORETEMY
fitay euxoid npocPaoipoc. Tlapdha autd dume 1) <cidvar>
TGV BESOUEVELY TUPUUEVEL Gy VOO T UE UTOTEAEOU VOL UTI-
olétoupe g oL XAdoels TV dedopévey Bev elvan ypop-
pxd By wplowses xan xut’ enéxtoaor va xernowornotnief 1
avdhoyr cuvdptnor tupfva (kernel).
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O neploptopol e épeuvac elvar: to péyedog tou dely-
patog to onolo npoéxule and tny eEdheuln v eAkeinmy
TULOV.

H urohoyio uxf Suvortdtnta tou 8oUnxe yio i Soxipéc
TV oapLTEXTOVIXGY Tou MLP, xoddq 1 unohoyiotind 60-
VOLT] ETLTEENEL VAL TEQLOBLOUEVD (R0 BOXIUGDY UE ATOTEAE-
opa 1) apyLtexTowxY| Tou MLP nou yproworominxe [owe
VoL wny elvon 1) amodotixdtept] duvath, xadog ov unheye 1)
urohoyig ke BuvatdTrTa Yo Ty eniteuln neploadTepLv
Boxuptv ot peyohitepy TANDOPY UpYITEXTOVXOY Vol elyE
TEOoXOEL Lot XUADTERT) AP ITEXTOVXY, 1] OTolol UVETGYETOU
atgnon e axpifelag Tou poviéhou.

Euyagtaties

H ropoioa épeuva bev Bo fitay Buvatdy va exnovilel ymplc
v Bordeia Tou emPBAérovta K. Eudyyeho Evayyéhou enix-
ougoyu xonynTH Tou TuRuatoc latphe, Tou llaveriotn-
piou [oavvivery, o onolog pe Tig yvooe Tou o TRV Oud-
Yeor) tou yio fofideta frav dinha pou ot o1dfnote yeeldoT-
nxo aay 081 y6c oe auTH TNV npoondleio.

Oepuéc euyaptoties Yo npénet va Sodolv xo oTov uT-
ofipo Biddmropa K.Iibpyo Ntpltoo yio tnv elpeor) xot
omOCTOMT, TeV BedoPEVmY Tou yeroorotflnxoy yio TNV
EXTUBELTT] TGV LOVIEAMY,
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