Atoukn Aummiopotikn Epyoacio

EPEYNA THX XPHXHX TQN NEYPQNIKQN AIKTYQN XE MH -
EIIIBAEIIOMENOYX TYIIOYX 'ENETIKQN XYXXETIXEQN

AoiCog Aoilov

HHANEIIIXTHMIO KYIIPOY

TMHMA TAHPO®OPIKHX

MapTiog 2010




IMANEHNIXTHMIO KYIIPOY
TMHMA NAHPO®OPIKHX

"Epgvva g yp1nons Tov NevpoviK®Ov AIKTO®V 6€ un — ETPAETONEVOVS TOTOVG

YEVETIKMV GUGYETIGEDV

Aoifog Aoilov

Emprénov Kabnynmg

Kovotavrtivog ITattiymg

H Atopuc Authopatikny Epyacio vroAnOnke mpog pepikn ekmAnpoon tov
ATOUTCEWV OOKTNONG TOV Trvyiov [TAnpogopiknic tov Tunuatog ITAnpo@opikng tov

[Havemompiov Kdmpov

Méptiog 2010

ii



Evyoprotisg

Oa Nbera va gvyoplotiom tov KOpto ABw Avi@vidon yio TV TOAVTIUN VTOGTHPIEN Kot
kaBodynon mov MPOGEPEPE KOTA TNV OlAPKEWL EKTOVNONG TNG GLYKEKPIUEVG
ouwmhopotikng epyaciag. ‘Htav o dvBpomog mov pe Pondnce oty Katovonon tov
O1apop®V Ploloyik®V evvolmv Tov oyetilovtot pe o BEpa Kot oyt Lovo, LoV TPOGEPEPE
Thpo TOAAEG YVOGELS TOGO oTnV PloAoyia aALd KupimG GTOV KAAOO TNG TANPOPOPIKNG
HEG® NG 1O10TNTOAG TOV G EMGTNLOVOS TATNPOPOPIKNG, LE EQPEPE GE EMKOWVOVIL LUE TNV
Glaxo Smith Kline (GSK), kot yevikdtepa v dyoyn cvvepyacio mov elyape to
tedevtaio 3 ypdvio oG HEAN TOv gpguvnTikov gpyactnpiov Medical Informatics

Research Team oto Tunuo ITAnpogopikng tov [Havemotpiov Kompov.

Tig evyopiotieg pov, Ba MBeda va ekEPACO Kol GTOV CLUUEOLTNTH Kot Giko ApioTo
AploTOOMUOL Yoo TNV QWoyn ovvepyacio. mov eiyope Kotd v OdpkeEld TNG
OUAOUOTIKNG VTG, Tov EVYOPIOT® Y10 TNV TOAVTIUN GLVEIGPOPE TOV, KOOMDS OV MTOV

duvatn 1 OAOKANP®GN TNG LEAETNG OVTNG YWOPIG TNV GLUUETOYN TOL.

Eniong Ba nBeha va gvuyapiotiom Oepud tov kadnynm kdpro Kovotavtivo Tottiyn
TOL LoV £0WGE TNV evkalpia va Yive pEAOG 610 TpoavapepBEy epeuvnTIKO EPYOCGTHPLO
610 omoio devBuvel, KaBDS Kat yio tn cvveyn emifAeyn kot vLOooTPIEN Tov. YTNpEe
Baowkdg apmyds otnv TPoomadeln. OAOKANP®ONG NG WEAETNG OULTNG, GLVETMS 1

GUVELGPOPE TOL NTOV TTOAD G UAVTIKY.
EmmAéov Ba MBeha va ddow Tig Beplég LoV €uYOPLIOTIEG GTOVG EMCTNUOVES OO TNV

GSK yio v mopoyn ToV OEJOUEVOV TOV YPELACTNKOV YloL TNV EKTOVNOTN NG

GLYKEKPIUEVNG LEAETNG, LEG® TOVL KVpiov ABov Avtmvidon.
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Iepiinyn

210Y0G¢ TG HEAETNC OWTAG NTOV va Yivel TPooTdOel KT YOPlOTOiNoNGg YEVETIKMOV
dedopévov oty mepoyn HLA, pe acBeveig mov mapovoidlovv 6Tov @avoTumo Tovg
Vv acBévelog ¢ KoTd TAdKe GKANPUVONG. ATOQAGIGTNKE 1] {PNON TOV YOPTOV ALTO-

opybvawong pe adyopifpo pabnong 6mtmg tpotddnke omd tov T. Kohonen. [15].

Apyd, TopovcstdleTon Evag arlyoplOog cuumieons YeVeTIKOV dedouévmv. AlyopiBuog,
o omoiog oe avtiBeon pe AGAAovg mopdpolovg aAydpBuovs, owatnpel Oheg TIg
TANPOPOpieg TOL €ival ONUOVTIKEG GE OAEC TIC oYedOV TIG avoivoels. Elvar apketd

€VEMKTOG alyOp1OLoG, elval EQapoyN OVOIKTOD KMOKN Kol el NoN dnuoctevtel. [17]

Emmpdobeta, mpoteivetor oto mAaicio TG HEAETNG OVTNG, TPOMOG TPOCUPLOYNS
categorical dedopévov oe ahydplBuovg mov pUmopovV vo. EMEEEPYACTOLV  HOVO
aplOunTikd dedopéva. Avamopdaotacn Tov categorical dedopévov oe SvadKy HopEN|
€01KA 1oL TOL YEVETIKA OgdopEVa To. omoia emeEepyaletan 1 peAétn avtr|. [lpocséyyion, n
omoilal amodekvieLl OTL dev vmdpyel KaBOAoOL amdAiei mAnpogopidv. Ilpoteiveton
EMITAEOV JOXEIPIOT TOV Missing dESOUEVMV KOTE TNV HETATPOTN aVTN, KAODS o€ TApa
TOAAEG EQPUPUOYEG TOL AMOTEAECUATO TTOL TTapdyovtal, exnpedlovtol o€ peydio Padud

amd To OEOOUEVO QLT

EmumAéov, mpoteivetar kot évag mopdAAniog aAyopiBuog pabnong yoptdv ovto-
0PYAVMOONG GE APYLTEKTOVIKEG KOWNG UVIAUNG, O 0moiog Hmopel E0KOAM Vo PLETATPATEL
KOl O OPYLTEKTOVIKES OVTOAAAYNG UNVOUATOV, pE TOAAEG duvatotnTeg avaPaduicemy.
Mnopel ebkoda vo  ypnowomomBel wg Pdon Yoo mwEPUTEP® UHEAETN TPOT®OV
TAPOAANAOHOD TV YapTdV ovtdv. Exouvv yivel kot apketég PeATioTOmoOmoels, ot

omoieg emiong TpoteivovTal oTo TAAIGLO TNG LEAETNG VTG

Yav teAevtaio otéolo, eKTOS amd TV avATTLEN SPOP®Y WKPAOV aAYopiBu®v Yo TV
avomopaotacn O0edopéveov oe S100140TATO YDPO Kol TEPUTEPW EMEEEPYACIH TOV
ATOTEAECUATOV, TAPOVCIdleTal &vag aAyOpOIOg 0 0molog ATOOEIKVVEL TNV GUVETELN

TOV TOPAAANAOV aAYOPiOLOV, LECH TOV SLAPOP®Y EKTEAEGEMV TOV EYIVAV.
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Kepararo 1

Ewsayoyn

1.1 Ewcayoym 1
1.2 TTapovoioon [TpofAnuatog 3
1.3 Avéivon Tpomov Epyaciog 4

1.1 Evoayoyn

Ta tedevtaio xpovia, 1 avantuén g Proloyiag Kot o GLYKEKPIHEVE TOV KAAOOL TNG
YEVETIKNG Mrtav Kol  &ivor  TepdotTic €W0KE  HETA TNV OVOKOALYTN  TOV
deoéupifolovovkieikod o&éog to 1953. To évavcopa mov 0dNynoe otV TPOcEITN
mpdodo mov mopatnpNOnke otTic PloAoYIKES emOTAUES €ivor 1) OAOKANP®OM TNG
aAANAoLYi0G TOV VOPAOTIVOL YOVIOIMUOTOG TTOL 001YNOE GTNV OvVyvmdplot Ttepimov 35
YMadwv  yovidiov. [1] Zxedov wabnuepwvd, véeg mAnpopopieg GLAAEyovTOL
KatoAnyovtag oty onpovpyia evog tepdotiov Oykov mov ypnlovv enefepyociog. H
cvAhoyn otnpileTon o TEYVOLOYiEG TANPOPOPIKNG Kol nAekTpoAoyiag. Oco apopd tnv
enelepyacio TOV TANPOPOPIOV OVTAOV, Yivetar dSvvat] UOVO HECH TEXVOAOYLOV
TAnpoeopikne. Edd elvar mov koAobvtol ot €MGTAUOVEG TNG TANPOQPOPIKNG V.
GUVEICQEPOVY LE TIG YVGEIS TOVG OE CLVOLOCUO HE TIC TEPAOTIEG VITOAOYIOTIKES

SVVOTOTNTES TOL TPOGPEPOLV Ol GVYYPOVOL VITOAOYICTEC. [3]

'Hon €yovv avamtuybel mépo mOALEG €QUPUOYEG TOV TPOCPEPOLY SAPOP®V EWOMV
AVOADGEDV OE YEVETIKA 0e00UEVA OTTMG Yo Tapdostypa 1 epappoyn PLINK. [8] Oupwg
ocuvnlmg, ot papUOYEG OV LILdPYoLVY GTNPilovion Yo TIG avaADGES TOVG 6€ Kabapd

oTATIOTIKA povTtéda. MEowm OUmG TG HEAETNC QVTNG, £YIve TPpOooTaOELd PN GILOTOINoTG



UeBOS®V LITOAOYIGTIKNG VONUOGVUVIG KOl TTO GLUYKEKPUUEVO TOV TEXVITOV VELPOVIKOV
OIKTO®OV TTOV OOVAEVLOVLY GE &va OOPOPETIKO EMIMESO MO TNV OTATIOTIKY, Yol TNV
avAALGN YEVETIKOV ded0UEVDV pe 6TdY0 va e&okplPwbel kotd Tdc0 gupetikég pHéBodot
OTMOC TOL VELPOVIKA O1KTLO LITOPOVV VoL ¥PNGLULOTONO0VV Yid TapOUOI0VG GKOTOVG, KATL
TOL OVOUEVETOL VO HEWDOEL o€ peydho Pabud Tig avdykeg emefepyaciog HEC®
TOADTAOK®V OCTOTIOTIKOV HOVIEA®V OAAG Kol va ODGEL TNV duvaTOTNTO GTOLG
EMOTAUOVEG Vo YVOPIlovy €K TV TPOTEPMOV TANPOPOPIES GYETIKA [LE TAL OEGOUEVO TTOV

GLALEYOVV, YOPIg KoV va amatteitot 1) enegepyacio avToOV.

"Hom &yer yiver apkem Epegvva o cuvaer Bépata yioo v eiTELEN TOL TTO TAVE® GTOYOV.
Nevpovikd diKTvo ¥pPNGYLOTOIOVVTAL, Y10 TOPAOELY LA, Y10 TV OVAYVAOPLOT CNUELNKAOV
VOLKAEOTIOIK®V TToAvpopeiop®my (SNP). [2] H mpocéyyion mov €xel akorovdnbel oty
HEAETN avTh OUWGS, dgv €xel Eavampotadel a@od GTOYEVEL GTNV KATYOPLOTOINGT T®V
YEVETIK®V ompeiov pe Paon kowvd mpotuma (patterns) mov vadpyovv ot dldpopa
dropa. Mg v katnyopromoinomn mov Ba yivel Kot To GUYKEKPLUEVA TO OMOTEAEGLOTO
g katnyopromoinong, 6o d0BohV GTOVG EMIOTNAUOVEG WHE OTMTEPO GKOMO E TNV
GUVEICPOPE LEAAOVTIKNG EPEVLVAG, VA LITOpoLV va avayvopilovv mbavd mpofinuato —

acBéveleg e BAom YopaKTNPIOTIKA TAVEO GTO YOVISIMUN 0TO1001TOTE ATOLOV.

H Bdon dedopévov mov ypnoiponombnke oto mAaicto TG LeAETNG aLTNG, TPONADE amd
TPONYOVUEVN £PELVO TA OAMOTEAEGUATO TNG OToiog OOONKAV Kol 0pOopovV YEVETIKA
onueia omv meproyn HLA. To mo onuaviikd yeyovog 610 omoio o@eidetor Kot m
EMAOYN NG GLYKEKPUEVNG Pomg dedopévmv mg dedopéva 16000V, givar OTL, CHLEMVA
HE TO OMOTEAECUOTO TNG EPELVOG, TMPOKLATOVV TOAAAMAES  OAANAETIOPACELS
GLOYETILOUEVESG LE TNV KOTE TAAKO GKANPLVOT), LETOED TOV YEVETIKOV ONUEIOV otV

TEPLOYN OLTI TOL AVOPAOTIVOV YOVISUDLOTOG.

Me Bdaon to mo mwave, Oo yiver mpoomdbeln katnyopromoinong tov DNA
CLYKEKPLUEVOV aTOU®V (Subjects), £T61 MGTE Vo avaKOALEOEL oV GTOpa TV 0ToiV 1
GLOYETION GLYKEKPIUEVAOV YOVISI®V HaG OIvOuV GNUOVTIKY] GTOTIOTIKY TATpOoPopio OTL
pmopet va guBdvovtal yuo TNV gREAVION aGHEVEINS GTO YOVOTLTO TOVG LE TNV YPNOM
evOg otatotikod measure (emiotaocm), kotnyopromoovvror poll Eyovrog Ko

YOPAKTNPIOTIKO — YEVETIKA onueia. Me avtd tov 1pomo o pmopécovv va e€ayBodv



GUUTEPACUOTO Y10 TOL KOWA YEVETIKA OMUEID TOV TOPATNPOVVTOL PE TOUVH CLOYETION

TOVG e O1apopeg acBEéveleg TOV GLOYETILOVTOL LLE TNV GUYKEKPLUEVT] YOVIOLUKT) TEPLOY].

Onwg yivetal e0koAo avTIANTTO, 1 TPOGEYYIoT UTOPOVV VO EPUPUOCTEL YEVIKOTEPO GE
omolodNmote achévela Pe TOAD KOAG OMOTEAECUOTO, OV KO Glyovpa omalteiton LeEYOAN
épeuva. Zuvendc, 1 HeATn avt pmopel vo ypnotpomombel o Paon yio peAlovTikn

épevva, KaBmg Ta amotedéspata eivar Wlaitepa evOappLVTIKA.

1.2 Mapovcioon [popfinpatog

Onwg £xer oM mpoavapepBel, 6TOX0C TG HEAETNG VTN MTav, pe TNV ypnon pebddwv
VTOAOYIGTIKNG VOMLOGUVNG KOL O GUYKEKPUUEVE TNV PO VELPOVIKOV SIKTO®V, Vol
yivel Tpoomdbeia kot yopromoinong dtopdpwv atopmv (subjects) pe Bdon v yevetikn
TOVG TTANPOPOPIOL — YOVOTLTO YWPIC Vo diveTanl omoldNmoTe GAAN TANPOPOPio GTO

VELP®VIKO O1KTLO OGO APOPE TNV KATAGTACT TOL KAOE aTdHLOV.

H Moyum wicow and v 10éa avty otmpiletor oty vedBeon O6t1 Adym g VmapENg
YEVETIK®OV OLOYETIoEWMV, €vag AvOpmToc yio va givor acBevig mpémel va vapyouvv
KATOEG GLYKEKPEVEG GUCYETIOELS HETOED TMV YEVETIKOV TOL ONUEl®V Kol To
GLYKEKPLUEVOL O OTUELNKOVS YEVETIKOVS TOALHOPPIGHOVG. H avdAvon kot avakdivyn
QLTOV TOV CLUGYETICEMV AOY® TOL HEYOAOL aplfUoD YEVETIKOV oNUEi®V HETOTPETETOL

o€ éva oAV dVOKOAO TPOPAN LA TOV amoutel TEpAoTIO ETEEEPYTiaL.

Mo v meproyn, amd v omoio mpoépyovtar ta dedopéva eivor NON yvooTd PECH
OTATIOTIKNG avAALo™G OTL €uBhveTal Yoo TV mopovsion TOAA®V acBeveimv. Ouwg n
meployn etvar Wwaitepa mepimrokn. [Hopatnpodvtar moAAEG KOl CUVANO TOAVTAOKEG
ocvoyetioelg péca ota yeveTikd onueio — dedopéva. 'Etol pe v Katnyoplonoinon pe
Baon to Kowd YopaKINPIOTIKA, oTOX0C Oa givar vo doymplotovy dS1dpopa GTopo
avéAoyo e TNV OpoldTNTO TOVS, Vo Bpebovv Ta OOl aVTA YEVETIKA GTOtYElD Kot val
pereTnBovv Pdvo avTd Yo TIG GUGYETIOELS, LE GTOYO TNV OVOKAAVYT TOV GUCYETICEMV
mov ogeirovtar Yo dSrapopeg achéveiec. Onmg Exel mpoavapepOet, apyucd Ba doxipactel

1N 100 VTN pe dEGOUEVA ATOUMV TOV TAGYKOVV OO TNV KATA TAGKO CKANPUVOT).



o v emhoyn Tov VELPWOVIKOD OIKTVLOV, UETA amd PIPAOYPUPIKT] EMCKOTNON KOl
EKTETAPEVN €pELVO KATOANEQUE GTNV EMAOYN €vOG TAEYUATOG pe ekpudOnon pe Poon
Tov aAyop1Bpo tov Kohonen, onladn o€ yapTeg avTO-0pyAvVMONG OTMG TOVG OVOLOGE O
T. Kohonen, o omoiog tovg éxet mpoteivel. [14] Xpnowonombnke pun — emPremopévn
pébnon kabmg otdoc NTav 1 AVOKAALYN KOOV TPOTOHI®V TAV® GTOV YOVOTLTO
SPOPOV ATOUMV, aVEEAPTNTO AV PEPOLV TV acOEveLd TG KaTd TAdKA GKAPLVONG,
Kol avdioyo pe tic opddes (clusters) mov mpokOmToLV AMO TO OMOTEAECUATO, VO
e€ayBovv O1dpopa cvumepAGHATE OGO APOPH TIC CLGYETIGELS METOED YEVETIKOV
onueiov kot vo oamotowdel Kotd mTOGO TOPOUOLES KOTNYOPLOTOMGES UTOPOVV VoL
YPNOOTOMOOVV Y10 avAKAALYY] GLGYETICEMV TOL OQEIAOVTOL YOO TNV TOPOLGIN

SeOpoVv acevelmy.

Ta amotedéopata givor wWiaitepa Oetikd, av kot amatteital Giyovpo apKeT LEALOVTIKN

épeuva Yio KoAOTEPN 0E10TOINGT TG 10£0.G OVTNC.

Oco apopd v doun mov Ba axoiovOnbel, 610 KePAAOO 2 yiveTow Hio. cUVTOUN
avaeopd oto Bempntikd vtoPabpo, eEnymvrog Tig Bewpiec mov YPNCYLOTOOVVTOL GTA
TAOUCI0. TNG OWAMUOTIKNG OVTNG. XT0 KePdAowo 3, avoldeton 1 pebodoroyion wov
akolovOnnke Onwc N mEpLypaen TV ailyopiBuwv Kot tov nefddwv mpoenelepyaciog
Kol petaenegepyaciog. X1o Ke@AAialo 4 mopovctdlovtor OAd TO OTOTEAECUATO TNG
UEAETNG QLTS HECH YPAPIKOV TOPACTACEMV Kol GAAwV pefddwv. 10 Ke@dioto 5,
yivetan po eKTeVIG cu{NTNoT YOP® amd To OmoTEAESHOTO DOTE Vo, EneénynBolv kot va
avaAivBovv. Télog, oto kePAAato 6 TapPoVGALovTal To YEVIKO CUUTEPACLATO KOl Ol

peAlovtikoi otdyoL.

1.3 Avéivon Tpémov Epyaciog

o v olokApwon G HEAETNG OVTNG, AOY® TOL HEYAAOL OYKOL E€PYOCILHV TOV
EMPETE VO YIVOLV, amOPOCICTNKE 0 JOUOPACUOS TOV EPYOCLOV. TVYKEKPEVA, OTAV
amoPocioTNKe 0 6TOYO0C Kol To Tl Ha avarntuocdtay 6e 0AdKANPO 1O épyo (project),
AMOY®  peydAng moALTAOKOTNTOG Kol TOAA®V Ogpdtwv mov €mpeme va  yivouv,
onuovpynonke éva dbypoppa pe T vo-gpyacies (tasks) mov mephappdvel to €pyo

(project). Mg avtd OV TPOTO, SUGTACTNKE GE TOAAG LILO-UEPT. TNV KdOe VILd-gpyacio



opiotnke évag emkepaing vo-epyaciag (task leader), o omoiog Ba fjrav veHOBLVOC YO
MV OAOKANP®OT NG OLYKEKPUEVNS vmd-gpyociog, omAadn 0Oo ekteloboe ypén
dwyelptot vd-gpyaciog (task manager). Ovclaotikd, Bo HTov VIeHBVVOG Yo TO TOG
Ba yiver m ypovodpopordynon g vmd-gpyaciag, vy toxdv mpoPAnuato mov o
TOPOVCIoTOVY K.T.A. O doympiopdg mov €yve mapovotdletar otov mivoka 1.1. tig
gpyocieg mov tapovoidlovrol TeplocdTEPO amd £va dTop LTeEvBVVA aPopd Epyacieg ot
omoleg émpene va avamtuyBovv EexmploTd 1 TEPIGGOTEPEG AMO o POPEG gite AOY®
OLOPOPETIKMY OEOOUEVOV E10000V €1TE €MEWDN UTOPOLSOV VO EAVAUOPAGTOOV GE

UIKPOTEPEG VITO-EPYOGIEC TTOV OEV OVOPEPOVTOL GTOV TEVOKOL.

Ta dropa MOV GUVEIGEPEPAV GTNV UEAETN OLTH, NTOV TPlO KOl AEITOLPYOVCAV GOV
opada avorapupdvovtag o KaBévag onUaVTIKA TUHOTO OAOKANPOL TOV £PYOV. Xav XPEN
ocuppodrov (consultant) , yevikod emdmn (supervisor) kot KaBodnynt ektelovoe o
KVprog ABwg Avtoviddne. ‘Hrtav o yevikdg dtoyeptotig oAdkAnpov tov £pyov (project
leader) kot 1 cuvelsEOPA TOL Ko M epmEpia TOV NTOV KAOOPIGTIKOL TOPAYOVTES YO TNV
oAoKAMpwoN oAGKANpOL TOV €pyov. Ztov mivaka 1.1, o xVprog ABwg Aviovidadng
Tapovctdletal og OAEG TIC VTO-epyacieg Adym Tov pdAov tov. To dehtepo dTopo NTav O
KOpLo¢ Aptotog Aplotddnov, Tov Pondnce oNUOVTIKA Gov S0YEPIOTNHG TOAADY LITO-
EPYOCIOV, OTNV AVATTLEN AOYICHIKAV, GTNV avaokOmnon kot peAétng Piproypapiog
KTA. Omoleg vd — epyocieg avélaPe, T ohokANpwoe pe peydAn emtvoyio Yopig
wwitepa TpoPAnuata, mpocseépovtag onuavtikn Pondewa. To tpito pélog Mrav o
Kvprog Aotlog Aoilov ko cuyypagéag TG STAoUoTIKNG avtS. IIpocmmikd, ot evbiveg
mov avélaPa NTav 101eg e tov eiho kot cvvepydtn Apioto Apiotodnquov. [Tictedm o1

YOPIc TNV cuvepyacio pog, dev HTav SLVOTH 1) OAOKANP®OOT) OAOL TOV £PYOV.

EminAéov, mpémnel va onueiwbel etvar 6t1 n kaBe vo-gpyacio (sub task) avoamtdydnke
pécm ovvepyaciag. AnAiadn dev giye onuacio To TOOC NTOV O SYEPIGTNG TOV £PYOU.
Mo mv xabe epyacio, to dropa mov cvvéfarov oty aviamtuén 6lov tov €pyov
ocuvepyalovtov TOGO OTNV OVOTTLEN KOOWKO, OGO KoL GTNV  OvVOCKOTNGoN 1TNG
BipAoypapiag ( literature review ). Agv tav duvato va avortuydei 1 kde vo-epyacio
amo évo dtopo kabmg og Kdbe epyacio Empene va yivouv TOALG mpdypata gite peAétn

TponyovrEVNG epyaciog oto Béua, €lte  avayvoplon Kol avokGAvyn  TPOTmV



0AOKANpOONG TNG KABE LIO-epyaciog €ite eKAONoM AOYIGHIKOV TOL NTOV OTapoitnTo

Yl TNV OAOKANPOGT] TNC.

AbBwg
Avtovidong

Apiotog
Ap1oTodnpov

AoiCog

AotCov

[poeneepyacia —  AlyopOpog Zvumieong —

Mertatpony| .ped apyeimv og dvadikn amodnkevon .bin

X

[Ipoenetepyacia. —  AlydépiOpog Zvumieong —

Metatponn| .bin apyeiov oe .ped apyciov

X

[Ipoenetepyacio — Dihtpdpiopa Asdouévov

23

Xdapteg Avto-opyavmong — Zelptokog Alyoppog pe

Categorical Data

Xapteg Avtd-opydvmong — Zeprokdg AhyopiBpoc e

Linear Data

23

Xapteg Avto-opyavoong — Ilapariniomoinon kot

BeAtiotomomoelg

23

Xébpteg Avto-opydvoong — Ilpocappoyn o yevetikd

dedopéva — Missing Data

Ypdipa KBavriopov (Quantization Error)

23

Yvvémeia Ahyopifuov (Consistency Checking)

23

23

Ipagucéc [Tapaotaoeic Agdidotatov Xdpov

23

23

Ipagpucéc [Mapaoctaceic Bapov

23| 23| 23] 23] 29| | 23| 2R = | X

23
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2.1 Baowéc 'Evvoieg Moprokng Brohoyiag

2.1.1 Avoo&uprpolovovkieiko o&v

To odecoéupiPolovovkieikd o 1 DNA, omotelel (o omd TIC ONUOVIIKOTEPESG

avakaAopelg g avlipornodmrog (200¢ aidvag), kabdg £0woe TNV duvatdTNTO GTOV



avBpomo vo «EEKAEWODGEY TNV 10TOoPia, TNV KANPOVOUIKOTNTO Kol YEVIKOTEPOU TO
pootipo 10 omoio ovopdletor (on. Eivar éva voukAeivikd o&h mov mepiéyet Tig
YEVETIKEG TANPOPOPIEG OA®MV TOV KLTTUPIK®Y OpYavIcUdV Kot kaBopilelt v Proroyikn

Ko €EEAMKTIKT avamTuén Tovg Kot BPicKETOL GTO TUPNVA TOV KLTTAP®V.

Onwg eivor gupémg yvwotd, 10 ovOpOTIVO CAOUN KOl YEVIKOTEPO GYEOOV OA®V TV
OpYOVICUAV, OTOTEAEITOL OO TPIGEKATOUUDPLO KPOCKOTIKES HOVAOEG Tov glvar
evopéveg petald tovg, ta kitropa. [MoAdd kdttapo poll amotehovv éva Opyavo.
Ymapyovv ToALA €10M KuTTAp®V TO oMol SroywpilovTar Kupimg wg TPog TV Asttovpyia
Vv omoia ekteAoVV o€ KABe opyavioud. Evtovtolg mapd tov dtoympiopd toug, Ao to
KOTTOPO TOPOVGLALOVY KATO10 KOWE YOPAKTNPICTIKG KUPIMG MG TPOG TV OOUN TOVG.
Yrdpyet éva kevipikd pEPOG OV oVOUALETOL TVPNVOAG. XTO TVPNVO TEPLEXETOL OAOG O
YEVETIKOG k®OKag onAadr] to DNA. To xittapo mpaypatonolel T Aettovpyieg Tov pe
Bdon tov yeveTikd KOO (GEPA TANPOPOPLDY) OV £XEL KANPOVOUNCEL OO TOLG

TPOYOVOLG TOV.

H npotm avakdioyn yuo v dmapén tov DNA, €ywve yuo mpotn gopd to 1869 amd tov
EABetd 1wtp6d Friedrich Miescher o omoiog to ovouace vovkAeivn. Evtobdrolg
ypetaotniay oxeddv 100 xpovia yuo va avakarlvedei 0 pOAOG TOL MG YEVETIKOG KOJIKAG.
To 1953 o1 James Watson kot Francis Crick tpotevav 1o povtédo tng dSuming EMkag yio
v doun Tov DNA. Zopuepwva pe toug dvo emotiuoveg, 1o DNA amoteAeitor and dvo
TOAVVOVKAEIVIKEG aAVGIdEC oV oynuatilovv 610 Ydpo po 0eE10GTPOPN OTAN EMKL
Kot glvar cuvoedepéveg peta&d toug. H kdbe aAvcida amotedeiton amd vovkieotidwn to
omoia dopovvtal amd po wevtoln, ™ 0eco&uptPoln n omoia eivor evopévn pe pio
QPOCEOPIKN opdoa kot po alwtodyo PBaon. H povn dwpopd mov Eeywpilel 10 éva
VOUKAEOTIOW amd To éva dAAo givar n alwtovya Pdon pe v omoia eival cuVOEdEUEVO.
2to. voukAeotioww tov DNA 1n alwtovyog Pacn upmopel va givar: A-Adevivn(A),
Tovavivn(G), Bouivn(T), Kvtooivn(C). Zuvenmg umopodle Vo avomopocTGOVUE TIG
alvoidec Tov DNA og pia akoAovBia cupufoiwv mov avtiotorobv oTig al®mTovYES

Baceg A-T-C-G. [3,4]

Kdabe advoida 11 kKhdvog €xet apyf Kot téAog, e v opyn va cvpuPoiiletoar og to 5

dKpo Kot 10 TéA0G g 37 dkpo. MdAsTa o1 VO aALGIdEG £xovv avtiBetn @opd, Kabdg N



apyn e plog etvon amévavtt amd To TEA0G TG AAANG KOl OTOKOAOVVTOL OVTITOPAAANAES
(ko ot dVo €yovv katevBuvon amd to 5 610 37 dKkpo pe To 5” dkpo ™S ping aAVGIdag

va Bpioketar anévavtt amd to 3” Akpo TG GAANG Kot avTioTPoQa.) .

Ooco agpopd v chvdoeon TV d00 aAvcidmv HETAED TOVE, Ol 0ALGIOEG GLYKPATOVVTOL
peta&d toug pe deopovc vopoydvov mov cynuatilovror petald tov alotovywy Bdcewv
toug. Or almwtodyeg PAcels, avalesa GTLG OMOIEG HTOPOVV VO GYNUOTIGTOVV OEGHOL
vopoyovovy eivar kabopiopéves. O kavdvog pe ToV 0Toio GLVOEOVTOL OVOUAGTNKE 0o
toug James Watson kot Francis Crick og o kavévog g COUTANpOUATIKOTNTOC, LE TNV
adevivn (A) va evovetor tavtote pe ) Bopivn (T) pe 600 decpovc VOPOYOVOL Kot TNV
kvtooivn (C) va evovetar ndvtote pe ) yovavivn (G) pe tpeic decpods vopoydVoL

(ovvendg o1 aAVGideS OVOUALOVTOL GUUTANPOUOTIKEG).

Ot onuavtikotepeg O10dKacieg mov moapatnpovvtal oto DNA elvar n avtiypagn, n

petaypoen Ko petdAraén. [3,4]

Mrraxévdpio

Ewova 2.1 To kottapo (http://users.kor.sch.gr/dgspanos/kyttaro/zk.jpg)
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Ewova 2.2 H dopn tov DNA (A) kot 1) 1016tnT0. TG svpmAnpopatikdtrag (B)
nopBév and ‘NCBI Human Molecular Genetics 2’
(http://www.ncbi.nlm.nih.gov/bookshelf/br.fcgi?book=hmgé&part=A29&rendertype=figure
&id=A59)

2.1.2 Xpopooopota,

Méca oto mupnva Tov KutTdpov, To DNA givor opyovopévo oe S10Qopeg SOUES TOL
ovopdloviar ypopocopata. Elvar éva povadikd koppdtt mepredrypévov DNA mov
neplhapPdvel oG yovidia kot dAAeg akolovbieg vovukieotidimy. Eival, ovclaotikd,
copatiol mov Ppiokoviol GTo TUPNVO TOL ATOHOL KOL HETOPEPOVV TIC YEVETIKEG
nAnpogopies. Kabe ypopodcopa &xet pepikés yilaoeg yovioa, to kabéva amd to omoia
elvar vtevBuvo Yo kdmota Asttovpyio. To YopaKTNPIGTIKA TOV KAPOVOLOVVTIOL GTOVG
SLAPOPOVG OPYAVIGHOVG LETAPEPOVTOL OO YEVIA GE YEVLY LLE TO YPOUOCOUATO 1] AAADG
ypopatocopota. 'evikdtepo o ypoUATOocOUATIKOG XdpTng Kébe opyavicpov Afyetot

KOPLOTLTOG.

IMa v cvALoYN TOV YPOUOCOUATOV GTO EPYUCTIPLO, OLUCTAOVTOL GE PEYAAN KOUUATIO
KOl KA@WVOTTOLOUVTOL TO VITOUEPT TOVG. LTV GLVEYEWD ONUIOLPYOVVTAL £VOG «YOPTNG
TOV KAOVOV TOV ONHoVPYouvVTaL, Kot KOTOypAQovTol 01 KAMVOL TOV LITEPKAADTTOVTOL.

H pébodoc avt O6umg amaitel moAd ypovo. I'' awtd 10 Adyo, axorovbBeitarl o

10
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Srpopetikn dadikacio. KoPovrat ta ypopocopata oe koppdtio tov 100000 Baoewv,
o omoilol €lcdyovion o€ TEXVIKG Paktnplokd ypopocopata, to Aeyodpeva BACs.
AToTEAODV  OVLOLOOTIKA KAMVOLG T®MV KOUUOTIOV 7oL  Onuovpyndnkoav amd to
YPOUOCOUATO, £YOVING TNV KOvVOTNTO Vo avtodmiactalovtor aveEaptnra. Xtn
ovvéyewa, ta BACs dwaondvtal akopo mepiocdtepo pe v Pondeia evidpmv kot ot
EMKAAVTTONEVEG 0KOAOVBIEG EMAEYOVTAL KOl GUVOPLOAOYOVVTAL £TGL DCTE VO QTIOYTEL
n apyk] DNA axolovBia. Ta oamoteAéopata omobnkedovior oe ddpopa opyeio

KEWEVOL CLLPMVO Pe dtapopa formats/ TpOTLTT TOL OO VILAPYOVV.

O avBpwmog €xel 46 ypopoocopato e Kabe copatikd Tov KotTapo. Miod and avtd to
€xel KAnpovounocetl omd ) untépa Tov kot to GAAa pod ond tov matépa tov. Katd
dnuovpyia Tov oneppatolwopiov Kot Tov oapiov akoiovdeital o dtudikacio OTov
T0 KA0e KOTTOPO daomdTor Kot dSnpovpyet 600 KLTTAPA TOV 23 YPOUOCOUAT®V, OVTMOC
wote Otav evobel 10 oapro (INAvkdc youétng) pe to omeppatolmdplo (apoevikdg
YOUETNG) va dmuovpyeitar Kot oA éva kvttapo (Quymtd) pe 46 ypopocopato. H

dwdwkacio avtn ovopdletot peimon (meiosis).

Ta 46 ypopooopato owkpivoviar oe 22 (ebyn opdioymv ypopocoudtov (1
aVTOCOMK®OV) Kot oe 1 (ghyog QLAETIK®OV Ypopocopdtov. Mg tov 6po opdroya
ypopatocopata, opilovpe va (guydpt YPOUOCOUATOV TOL £YOVV TO 1010 GYNLO KOl
péyebog, mepiéyovv v 1010 GEPA YoVIdimv, EAEYYOLY TNV 1O 1010TNTA LE OLUPOPETIKO
EVOEYOUEVMOC TPOTO Kol GEPOVV Kol aviiotolryeg yovidwukég 0écelg. To éva eivon
TATPIKNG Kol TO GALO UNTPIKNG TPoéAevonc. Me Tov Opo QUAETIKA YPOUATOCOUATA,
opifovpe 1o Cevydpt ypoHocoUdTOV Tov opilovv T0 PUAO og €vo. opyavicud. XTov
avBpomo, vy mapdaderypo 1o 230 ypopdcopo kabopiler to @vAo. To @LAETIKA
YPOUOGOUATO 6TOV AVvOpTd givan dVo THmwV X kKo Y. O dvopag £xetl éva X kot éva Y
YPOLOCOUN VD M Yuvaika &gl dvo X ypopocopota. Me Bdon ta mpoavapepBévra,
elvar EekdBapo 0TL 0 avopoag kabopilel To OLO, avaroya pe TO Towo omepproTolaplo
Ba yovipomomoel kémolo wdépto. Av 10 oneppotolwapto mepiEyel to Y, tote t0 LuymTo

Ba givar apoevikoD yEvoug aAMdg av meptEyel To X Ba givor yovaukeiov yévous. [3,4]
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MEDITERRANEAN FERTILITY CENTER & GENETIC SERVICES

Ewova 2.3 AvBpomva Xpopooouata tapdév ond ‘Mediterranean Fertility Center &

Genetic Services, Chania’ (http://www.fertilitycenter-crete.gr/page.aspx?id=97&lang=el)
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Two homologous chromosomes
undergo synapsis in meiosis

Crossing over
between a pair
of homologous
chromatids

Meiosis Il

Four haploid cells produced; here two parental and two
recombinant cells

Ewova 2.4 AvOpomiva Xpopocsopata mapbév and ‘Janice Creneti biology tutorials’

(http://www.ehow.com/video 4984760 how-many-chromosomes-does-each.html)

2.1.3 I'oviow

Ta yovidia, 0nwg éxetl mpoavapepOel, amoteAovv moALég Paoelg DNA. Av okeptodpe
JOUIKA, TOTE EXOVE TO YPOUOCHUATO TO OTOI0 ATOTEAOVVTOL OO SLAPOPO. YOVidlal, TaL
omoio. amotehovvion amd Owdpopeg axkolovbieg Pacewv DNA. GOa pmopovoape vo
opicovpe éva yovidlo o¢ éva tufiua tov popiov tov DNA mov pmopet va petoaypoget

ot popen| £vog popiov RNA. Mg Bdon tov opiopod, ta yovidia eA&yyouvv v dourn OAmv

13



TOV TPOTEIVAOV EVOC OPYOVIGHOD.

Ta yovidl amoTeAoVV OLGLOCTIKA TO Yovidiopa Tov opyovicpumv. Eivor n Poacikn
QULGOIKT HOVAdN KANPOVOUIKOTNTOG (UETOPEPOVIOL UE TO YPOUOCOUNTO TO OTOi0
amoteAobv  pépog). Olo Ta YOPOKTNPIOTIKO HETAGEPOVTOL HE TO YOVIOld Kol
GUVEIGQEPOVY GTO KABOPIGUO €VOG YEVETIKOD YOPOKTNPIGUOV. ZuviBmg 1 mAstoyneio
TOV YOVIOIOV K®OWKOTOUV TpmTeives, ot omoleg &ivar vmedBuveg Yo Oleg TIg
Aertovpyieg mov exteAel €va cvykekpipuévo KOTTapo, Kabopilovtog €161 To pOAO TOL
Kk&Oe KLTTAPOL G £va OpyavIoUO. YThpyovv kot yovidlo To omoia dev KOIKOTO100V
TPOTEIVEG OU®G O dpapaTilovy Pactkovg pOAOVE 6TO TPOTO GVLVOECTC TOV TPOTEIVOV
Kol 6ToV AEYY0 NG YOVIOlakNG kppaons. Ta mo onuovtikd Topadetyloto TUNUiToY
DNA mov dev petagpdlovtol o€ TpMTEIVEG OMOTEAOVV Ta vTpdVIOL 1] EcmdVI (EEDVIN Ot
nepLoyé mov petagpdlovrat). Ot Teployég avTEG O10YPAPOVTOL KATA TNV SL0OIKOGT0 TG
HETOYPAPNG KO ¥PNOIUEVOLY Yoo vo. Yvopilel 0 opyaviopog péxpt moto onueio Oa

OTOUOTAOEL 1] K®OwoToinot evog e€mviov. [3.,4]

Ewova 2.5 And 1o DNA ota yovidia, 6T YpOUOCMUTE Kol 6TO KOTTOPO
napOév and ‘National Institute of General Medical Sciences’

(http://publications.nigms.nih.gov/thenewgenetics/chapter1.html)
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2.1.4 Baowkég Agpyaoieg mov [apatnpovvrar cto DNA

Ot Baocikéc dadikacieg mov mapatnpovvtal 6to DNA eivol n avtiypoen, 1 HETOYpOOT,
Kot n petdepacn. Me Bdon tig dwdikacieg avtéc, o F. Crick datvnwoe to keVIpiKod
00yHo. TG Moplokng Proroyiag 0G0 a@opd TNV pon TNG YEVETIKNG TANPOQOPIaC.
Ovocaotikd meptypdpet v dwdikocio pe v onole mpwteiveg mopdyoviol and To
DNA tov muprva. To DNA, pe v owdwkocioo TG HETAYpAONS, LETOYPAPEL TNV
yevetikn mAnpoeopia Tov 6to RNA,. To RNA petagépet v mAnpoeopio 6tov 1010
Topoy®yns tov tpoteivov kabopilovtag T gidovg mpwteivn Ba mapaybel., pe v
dwdikacio g petdepaocnc. Me avtd tov tpdmo, apov ol mpwteiveg kabopilovv v
doun| Kot Asrtovpyio TOV KVTTAP®V KOl GUVETADS TV opyavicp®mv, to DNA kabopilet

v Agrtovpyio OA®V TV £0V. [3,4]

2.1.4.1 Avrrypogn)

Kotd v dwdwacio avty, ot dvo aivcideg tov DNA avoiyovv/ EetvAlyovtar, pe
amotédecpa  va petvouv elevBepeg o1 facelg v voukieoTdiwv Ko pe v Pondeia

VE®V CUUTANPOUATIKOV 0AVGIO®V O1IIOVPYOVVTOL EVTEAMS OO Katvovpyla Lopia.

Onwg &yer 10N Tpoavapepbel, To apykd poplo amotedeitor amd 0V0 GUUTANPMUATIKES
aAvoidec DNA ouvdedepéveg pe 0eong vdpoydvov. Apykd yopilovv ot 600 aAvcideg
Kot okoAoVOw¢ pe v Pondeta katdAAniov eviOpv eEpvouy amévavtt omd Kabe Baon
TNV GUUTANPOUATIKY NG, cLvOEétovtag pa véa aivcida. Me avtd tov tpdmo, kébe
UNTPIKn aAvcida Aettovpyel MG KOAOVTL Yoo TNV SNUOLPYio VEOS GUUTANPOUOTIKNG
alvoidag. Télog, Ta voukAeoTid cuvdcovTon PHETAED TOVG Yo vo. dnovpynBodv 6vo
véeg alvoideg. Kabe pia amd t1g Quyatpikég alvcioeg amotedeital omd o UnTpiky Kot
plo véo aivoida. KébBe véo pdplo, ovvemmg omoteAeitor omd pio 0Avcido Tov
TPONYoLuEVOL popiov Kot pia véa aAvcida. H dadikacio Aomdv g avitypagng, Exet
®G amoTEAEGHO TNV dnpovpyic 600 VEwV popimv, amoADT®G OOV Kol HETAED TOVG

Ko LE TO ToAO popro. [3,4]
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2.1.4.2 Meraypagn

H dwdwacio avt givat vrevbovn yuo v ovvBeorn tov RNA and 1o DNA. X’ avtr| v
@aon, mapdyovtal ot Tpelg dtapopetikol TVTov Tov RNA, 10 mRNA, to tRNA, to rRNA
kot To sSnRNA. O mo onuoaviikog tomog RNA eivar oiyovpa to mRNA 10 omoio Ha
TEPEXEL TNV HETAYPAPOUEVT YEVETIKY TANpogopio Tov DNA. KdBe mRNA eivar éva
avtiypapo evdg yovidiov. Ilpokidnrtet pe drodikacio ToA) TapOUOOG LE TV OVTLYPOON.

2uyKekpléva, apykd Eetuilyeton n duthn édka oo DNA oty meployn tov yovidiov,
OV TPOKELTOL VO, YIVEL 1] LETAYPOQPT], KOl OVOIYEL PUE OTAGIUO T®V JECUMY VOPOYOVOL
TOL GLYKPOTOVV TIG OVO aAvcidec. ‘Eva €dkd évivpo (RNA molvuepéc) akoAovOmc
GLVOEETOL L€ TOV VLIOKWVNTY, Mol pukpY| axoilovBio vovkAieotdiov oto DNA mov dpa
ocav onueio exkivnong. AkoAovBmg, n évapén tng onpovpyiog g aivcidog tov RNA
ONUOTOO0TEITOL OO TNV GLVEVMOT TV TPAOTOV 000 piovovkieotdiov. Emetta,
mopatnpeital 1 emunKvvon g oAvcidooc pe v RNA molvuepég, va tomoBetet
SLd0YIKA TO GUUTANPOUATIKO PYPOVOVKAEOTIOW amévavTL amd KiBE VOUKAEOTIOO TOV
DNA, evovovtog ta petald tovg pe évo eooeopikd oecpd. Kabdg to mRNA
EMUNKOVETOL, amocuvdéeTor and v oivcidoa tov DNA kot to popio tov DNA
EavotvAlyetor. Téhog €yovope v @don ™ Méng o6mov 1 RNA molvuepdon
avTIAapUPaveTaLl Vo LVLLLO TEPLLOTICHOD amd o 01K aAAniovyio Pdcewv kot €161

éva olokAnpopévo poplo mRNA ghevBepdvetal mApwv omd 1o kodovnt Tov DNA.
Yvvenmg 1 aAvoido mRNA mov dnpovpyeital, £xel og Pdon 1o DNA, ¥pnoipomotdvtog
¢ PBdon v pio ek TV 600 CAVGIO®V TPOGKOAAMVTOS TIS CLUTANPOUATIKEG BACELS
ToORNA(A—->U,C—>G,T—A).

Me mapopola dradikacio mopdyovtal Kot ot Aot tpelg Tumot RNA. [3,4]

2.1.4.3 Metaopaon

210 TEAELTAI0 OTAOI0 £YOVLE OVCIUCTIKA TNV TAPAYMYY| TOV TPOTEIVOV e TNV Pordeia
TV te60dpwv TOmwv tov RNA. H cvppetoyn tov DNA éykertar omnv cdvBeon tov

mMRNA 10 07010 K0l KOOIKOTOIEL TNV dNUIOVPYIN TOV AUIVOEEDY KO KATO CUVETELD TOV

npoteivov. H Paocwn 10éa eivar 011 kéBe tpeig Pdoeig tov mRNA (kwdkdévia),
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K®OKOTO100V €va GLYKEKPIUEVO apvold. Me avtd tov tpdmo €xovtag 3 Pacelg kot
apov kaBe Paon pmopei va eivar A, T,C,G 101 nmopodue vo gxovpe péxpt 43 duvotd
apwvoééa. Ta 20 emopévmg apvoEéa Tov LITAPYOLV YL THV KATACKELY] TOV TPOTEIVOV,
pmopov gvkoAa vao kwolkomombodv pe v ypnon evog Kodwko Paciouévov og

TpuTAéteg Phoemv.

Apywcad to mRNA, apéomg petd v cbveon tov, LETAPEPETOL GTO PLROCOUOTO TOV
KUTTOPOTAACUATOS. XT0 piocopa Epyetor kot To tRNA pe 10 avrtictoyo apvoly,
avayvopilovtog Tautoyxpdveoc v Tpdda voukAeoTdimv tov mRNA mov kmdikomotel
0 apvo&y avtd. To piocopa arralel cvveymg Béoeic oto mRNA kot emouévag Kot
tputAétec mov ovayvopilovtor amd ta avtictoyya tRNA. 'Etol pmaivouv ce oepd ta
apvoééa, cOUEOVA LE TIG 001yieg Tov petagépel 1o mRNA amd 1o mopnva, evovovtal

HETOED TOVG Ko oynuatilovy Tig TpmTEIVES.

Elvar onpavtikdé va moapatnpndei yio va Kodikomoteitor pio mpoTEVN, TPEMEL v
vrapyel éva onueio évapéng kot éva onueio ANENG oto yevetikd Kmdika. To onueio
Evapéng avaeépetor 610 KOIKOVIO Evapéng kot to onueio AMMENg oG 10 K®OKOVIO
MENG. MOMc PBpebel To KmIKOVIO EvapEng Eektva 1 Topay®Yn Lo VEOS TPMTEIVIG EVD
poAG Bpebetl 10 kwdukdvio AMEng, ta apvoééa mov £yovv apayBel wg exeivo to onueio

EVOVOVTAL GYNUATICOVTOG TNV GLYKEKPLUEVT] TPOTEIVT. [3,4]

Replicotion

Ewova 2.6 To kevipuod d0ypa g Broroylag mapbév and ‘CytoChemistry’
(http://www.cytochemistry.net/cell-biology/ribosome.htm)
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1st position Znd position 3rd position
{5 end) (3 end)
U C A G
Phe Ser Tyr Cys U
Fhe Ser Tyr Cys C
U Leu Ser Stop Stop A
Leu Ser Stop Trp e
Le Pro His Arg 1
Lau Fro His Arg i
C Leu Pro Gin Arg A
Leu Fro Zln Arg &
e Thr Asn Ser L
lle Thr Asn Ser i,
A lle Thr Lys Arg A
Met Thr Lys Arg G
Val Ala Asp Gly
Val Ala Asp Gly [
G Yal Ala Zlu hy A
Val Ala lu Ghy €

Ewova 2.7 Ta apvo&éa mov mapdyovtor omd too mRNA kwdwovia napbév amd ‘Biolibogy’

(http://biolibogy.com/chemistryoflife.html)

2.1.5 AMinAopopoo (Allele)

‘Eva aAdndopopoeo (allele) eivor pia evordoktikny popern evog yovidiov 1 axolovbiog
DNA mov PBpiokovior oe poe ovykekpyévn 0éon 1 okdpo Kot OAOKANPOL

ypopocmuatoc. Xuvnbwg alleles sivor akoAovBieg kKoo Yo Eva Yovidlo, oA PEPIKES

QOpPES 0 OpOg ypnotpomoteitot Yo va ovaeepbel o pia un-yovidlakn aAiniovyia.

Opyaviopoi, pe 000 GET YPOUOCOUATOV (SUTA0EN), OTwg To. {do Kot Ta UTA, EXOVV
ypopooouato mov Ppiokovror og (edyn otov mupnve tov kdbe KvtTdpov. AVTd
onuaivet 6t Bo vdpyovv Tavta Vo yovidia 1 akorovBio DNA yia éva yopaktnpiotikd
oe éva mopnva. Av 1o dwo allele gppaviCetar dvo opés, o opyavicuds Bempeiton dtL
glvar opdluyog yia avtd to yopaKINPoTko. Edv, 1660, éva ypopdcopo tepéyet Eva

allele ka1 to GAAo ypopdSOUE TOPOVSIAlEL éva dlapopetikd allele, o opyavioudg

opileton mg etepdluyoc.
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e etepoluyovg opyavIGHOUE, 0 eovOTLITOG ToL pmopel va kabopiletarl and £va allele
Kot Oy amd 1o dAro. To allele mov kaBopilet To ParvdTLIO AdyeTon OTL LIEPIGYVEL GTNV
éxppoon (dominant). Agiyvel 6Tt veptepet o€ oyéon pe ta GAla alleles. H ékppaon tov

dAlov allele meprypdeton mg votern. [4]

allele "a"

»

o
(v}

Ewova 2.8 Alleles

napBév amod ‘Catholic University of louvain la neuve — School of Medicine’
(http://www.icampus.ucl.ac.be/courses/SBIM2520/document/genemol/electrophorese/chro

mo2a.jpg)

2.1.6 Xnpewokoi Novkreotidwkoi [loivpoppropoi (SNP)

Ot onpetaxoi vovkieotdwkol moivpoppicpoi (single nucleotide polymorphism SNP)
elvar pkpég adhayéc otnv adiniovyia Tov Pdcewv tov DNA. Eivot didonaptol € 6A0
T0 Yyoviopo tov opyavicumv. Bpiokovtal kot kovid kot péco ot yovidla. Zuvindmg
a@opd aAlayn, EAMAEWYN N €000y MG Paong mave oty yevetikn axoiovBia. ITo
ocvykekpiéva, elvar o maporiayny pog akoiovBiog DNA mov cvpPaivel otav éva
puévo vovkeotiow (A,T,C,G) oto yovidimpa, Sapépel o€ ATOUd VOGS CLUYKEKPIULEVOL
gldovg, m.y. dvo tunuata DNA and dvo oapopetikd atopo AGCGATC oe AGCAATC,
Slpépouy oe €va LOVO VOUKAEOTIO. X’ autn TNV mepintwon £yovpe dvo alleles 10 G

Ko to A.

[Mapammpeiton moAd ovyvy onuovpyioc SNPs, amotehdvtag £T61 TOVG MO KOWOUG
molvpopeiopovg tov DNA  (Ymapyovov kot dAdov €idovg moAvpopeiopoi). To
onuovtkd onpeio mov mpenel va avaeepBel, eivar to yeyovog 6t o SNPs 1o omoia
TapotnpovvIol og évo mAnBvopo, Exovv dnuovpynbel katd TV €EEMEN  evdg

GLYKEKPIUEVOL opyovicpov. XuviBmg éva SNP mapovoidletar oe éva onuavtiko
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m0600T0  (TovAdyotov 1%) evog mAnBvopov. Ewwwd otov avBpomo, ta SNPs
KaAOTTouY 90% TOV YEVETIKOV TApOAAAY®V TTOL TTapatnpovviol otov dvlpwmo. Evag
T£T010¢ TOAVOPPIoUOG Tapatnpeitar kabe 100 péypt kon 300 Bhoeig kKatd pnrog tov 3

doekaToppvpiov Baoemy Tov avOpOTIVOL YOVISUDUATOC.

‘Eva SNPs pmopel va Bpioketor oe axorovbieg tov yovidiov mov KmOOKOTOLOUV
TPOTEIVEG, 0 aKkoAovBiec TV yovidiwv mov dev KOOKOMOOVV TPWOTEIVES, N GE
evooyevelg meployés (intergenic regions) petad tov yovidiov. H mapovcia evog SNP ce
Ho TEPLOYN KWOKOTOINoNG 0V ONUaivel amapoitnTo TNV 0AAYT TOV OUVOEEMG TTOV
amotedel uépoc o mpowteivng n omoia mopdyetotr. ‘Eva SNP mov mapdyer v idw
TOALTENTIONKN OAVGida pe TV apykn axkoAovBio ovopdletor GuvdVLHO (1] CLOTNAY
petdAdaén). Av mopdyetor SQOPETIKY TOALTENTOKY oAvcida toéte T0 SNP
ovopdleton un cvvovopo. SNPs mov dev Bpiokovtal 6€ mTEPLOYES TOV KMOKOTOLOVVTOL,
oM pmopel Vo TPOKAAOHV SLAPOPO. GLVETELEG OTTMG YL TOPASELYHO. oTNV aKoAovBia

TOV Un — keowomompévov RNA.

Onwc €xer mpoavapepBei, T SNPs umopodhv va €xovv mOAAEC cuVEMELEG TOCO GTO
YOVOTUTO OGO KOl GTO POVOTLTIO £vOG opYyavicpov. Ewdwotepa oto dvBpwmo, ota SNPs
pumopel va  opethovioar mOAAEG Swpopég mov  mapovcidlovv ot dvBpomor ota
YOPOKTNPLOTIKA TOVG, OTMS Y10l TAPASELYLL TO XPOUO TV Hotidv. EmmAéov, pmopel va
elvar Pondnocovv oto kabopiopud g mBavotrog avdmruéng odpopwv acbeveldv
kaBopilovtag v evaucHnocio Kdmolov atdopov oe po acbévela, 1 v TBavOTTO
avTidpaoNg TOLV OPYOVIGHOD TOL GE TMEPIMTOON YOPNYNONS KATOOV GUYKEKPLUEVOL

QOPUAKOV.

Ta meprocdtepa kowvd SNPs amotelovvron amd 2 puovo alleles. T v cvykekpiévn
perén, ta dedopéva apopovcav ot — arrnidpopea (biallelic)SNPs. Xvvenmg vapyovv
TE60EPLG OLVATEG TEPTMOELS Yo Eva SNP, ot omoieg sivar AA, Aa, oo Kot 1 T€T0pT
TEPIMTOON QTN 6TV omoia mapotnpovvtol missing data onAadn EAdelyn dedouévav,

OLLPOPETIKA EAAELYT VOUKAEOTIOIMV o€ Kamoleg B€oelg Tov akolovbiwv DNA. [3.,4,5]
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Ewova 2.9 'Evag onpetokog voukAEOTIONKOG TOAVLOPPIGHOG

napOév amd ‘SNiP Screen’ (http://www.snipscreen.com/what_we_do.php)

2.1.7 Avicoppornia XOvoeong (Linkage Disequilibrium - LD)

Yav Avicoppomio Zovdeong, opilovtor ot pn tovyoiec ocvoyetioel petacy alleles oe
dwpopetikd loci (locus opiletor 1 Béom evdg yovidov 1 pag aAing DNA axolovBiog
oe éva ypoudoopa). Iapatnpeitor 6tav ot eovoTvmol 6e dVo dlaopetikd loci, dev
etval aveEaptmro peta&y tovg. OvclaoTIKA TEPLYPAPEL LU0 KATACTOON KATA TNV OToia
ocvvdvacuog allele (edwoOTEPA Y100 ONUENKOVS VOLKAEOTIOIKOVS TOALLOPPIGLOVG)
cuopupaivouv Arydtepo M mEPLGGOTEPO GLYVA GE éva TANBLGHO, amd Ot Khmolog Oa

avépeve and Eva toyaio oynuotko allele Paciopévov otig d1kég TOL CLYVOTNTEC.

Etvor onuoavtikd va avaeepbel 0Tt o1 cvoyeticel avtég pmopovv va mapatnpndoidv
akopa kot av to ovo alleles oe 000 dwwpopetikd loci dev eivan ocvvdedepéva.
Emunpdobeta, dev onuaiver 61t emedn o600 loci eivar ocvvdedepéva, cuvemdyeTol

aropaitmro ot Bpiokovror oe Avicoppormio Zovdeong (LD). Xvvenwg, pmopel va
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ypnoworombel kot ¢ HETPO CVYKPIONG YO TOVG ONUEWNKOVS VOLKAEOTIONKOVG

TOAVLOPPIGLLOVG.

H pétpnon g Awvicoppomiog X0vdeong eivar mwoAd onuovtiky kKabdg av OAot ot
moAvpopeiopol NTav aveEdptntol oe éva TANBLoUO, LEAETEG GLuoYETioELS (association
studies) Oa émpene va e£€TAGOVV OAOVG TOL TOAVUOPPIGLOVS EVA TPOS £V Yo EEAYMYT
ocoumepacpdtov. H Avicoppomicc XOvdeong HEDVEL To KOOT) TOV UEAETOV
ocvoyeticewv. EmmpdcOeta pmopel vo deifel 011 M mapovcsio 600  ONUEKOV
VOUKAEOTIOIKMV TOAVUOPPIGU®OV Umopel va evBhveTan yio tnv gpeavion piag acdévetag,

VO M TOPOLGio EVOG Omd TV dV0 TOAVUOPPICUDV VO NV GUVETAYETOL TNV EULPAVIOT

mg. [6]
& T T T A T v T T ™ T ™ T ™
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Ewova 2.10 Linkage Disequilibrium nap0év and ‘BioMedCentral France’

(http://biomedcentral.inist.fr/images/1471-2156-6-S1-S91-1.jpg)
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2.1.8 Eniotaon (Epistasis)

Q¢ emictaon YpNOWOTOLEITOL G OPOG YO VA TEPLYPAYEL VO POIVOLEVO OTTOKPLYTG
omov o mopoaAlayn evog allele o éva cvykekpipuévn 0éon (locus) epmodilel por GAAN
TopoALaY G€ pio GAAN BEom va exdnAmaoet T opaon tov. Hpbe ywo va evicydoel v
évvola tov emkpatovpevov allele. Eoto 611 £xovpe dvo loci, B kot G, mov ennpedlovv
o€ oL LAY éva cuykekplévo yopaktnpiotkd. To locus B pmopel va éxet 600 mboavé
alleles B 1 b. Avtictoia, oydet kot yuoo to G. Onwg eaivetoanr kot otov mivoka 2.1,
doyeta pe tov yovotumo tov b, dtopa pe omolodnmote aviiypago omd to allele G,
&xovv ykpilo poAld, omaadn to G emkpatei Tov allele g. «amokpvmTOVTOG) TNV Opdom
tov g. Tote, to G emkpatel (dominant) Tov g. Av dpwg, o yovotumog 6to locus G dev
elvan g/g, 101e M dpdon tov locus B dev gpepaviletar, kabmg dtopo pe 0molodmote
avtiypagpo tov allele G éyet yxpilo poAld ave&dptnto tov yovotuvmov oto locus B.
Yvvenwg M opaon tov locus B «koAvmtetoy and to locus G kot 1o G ovopdaleton

EMOTOTIKO ®G Ttpog 10 B. [7]

Otav &rovpe emotatikn enidpacn n vrapén tov allele mov sivon vrevBovva Yoo Eva
YOPAKTNPIOTIKO EIVOL ammopaiTnTn Yoo TV ELPAVIOTN TOL. AV 0V VTLAPYEL £6TM Eva amd
TO. GUYKEKPLUEVO YOVIOIL TOTE TO GLYKEKPIUEVO YOPAKTNPIOTIKO Ogv ep@avileTar 610
QowvotuTo. Xuvnbwg, N enictoon opilel TG oTATIKEG 1010TNTEG TOV Qavopévov. Omwg
yivetar €0KoAO AVTIANTTO LIAPYEL UEYAAN GLGYETION HE TNV Avicoppomion ZOvoeong
(ovykekpyéva vdpyel N KoTtaAANAOTNTO emictoong (fitness epistasis) mov amoteAel
cvoyétion petafd dvo 1 mepocotépov loci mov mapovodler pn — YPOUUKE
AMOTEAECULATO. GTNV KATOAANAOTNTO Kot gfvor 1) autio TG Avicoppomio XHvdeong). Av 1
Awvicoppomio XHvoeong eival ELAyIoTn 1 U TapovGA, TOTE UTOPOVLE VO GUUTEPAVOVLLE
OTL M emiotaon 0ev ivar onuovTIKY 6€ KAmolo tAnbucud. Avtifeta av n Avicoppomia

2Ovdeong elvan peydn, tote n enictaon pnopet va etvar kown [8]
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Genotype at locus G

Genotype at locus B gl 2/G GG
b/b White Grey Grey
h/B Black Grey Grey
B/RB Black Grey Grey

[Mivaxag 2.1 Mopdoetypa @ovotdmov (xpdpo LOAADOV) omd S0POPETIKOVS YOVOTLTOVS

napOév ano ‘Bateson’ ([7])

2.2 Xapteg 0wt — opydvoonc — Ocsowpia

2.2.1 Ewoayoy

Ta olktva Kohonen pag mpooeépovv €va TpoOTO avOmAPAGTACNS TOAVIIACTOTMOV
ogdopévev, ONAad OESOUEVOV OV  OVOTOPIOTMOVTIOL GE TEPLGGOTEPES omd  pia
OloThoElS o€ TOAD HkpdTeEPES dtaotdoels. OvolaoTikd amotelel Eva TpOTO GLUTIEONG
oedopévav. [9] Ta diktva SOM o6mwe ovopdlovion dtapopetikd Ta diktvo Kohonen,

elvat gumveucpéva amd YVOOTES TOTOAOYIKES 1010TNTEG TOL £YKEQAAOV. [12]

EmumAéov pag divouv v duvatdtnrta opadonoinong (clustering) dedopévav (€pyetot Le
™V 1310TNTO TNG UETUTPOTNG TNG OVOTAPACTAONG G€ YounAdtepes daotacel) [9]. Ta
oxédwn (patterns) onAad” Ta OEdOUEVA €GOS0V, TOL Eival KOVTA TO €va 6TO AALO TTOV
GLVOEOVTOL ONAAON LLE KATO GLUYKEKPLUEVT] GYECT TPEMEL VAL EIval 6TEVE cLVOEdEPEVAL
10 éva GAAO oTO GAAO OTO YAPTN: TPEMEL VO OATOXTOOV TOTOAOYIKA. AVLTO pog
npoceépetar amd Eva SOM diktvo (Self Organizing Map 1 oAl Kohonen Network).
[10] 'Eva SOM odiktvo amobnkevel mAnpopopiec pe éva TpOTO £€T0L MOTE Vo
STNPOVVTOL Ol TOTOAOYIKEG GYEGES GTO GUVOAO TMV SOVUGUATOV €16000V HE TNV

APNON. ZVVETMG KOl 1) SLVOTOTNTO OUASOTOINGONG.

Ta Kohonen Networks avikouv otnv katnyopic. T@V VELPOVIKOV SIKTO®V KOl 7O
CLYKEKPLLEVO 6TV Katnyopia twv competitive networks without supervision. AnAadn|
GTNV KOTIYOPio T®V VELPOVIKGV SIKTO®V oV 1 KABe povada cuvoywviletal tnv GAAN

Kol €el TNV 1010TNTO Vo, UMV XPELACETon «OAoKaA0» Yia vo 0100Eel To OikTvo. Agv
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vdpyel N avaykn vmopéng dedopévey Yl training set dnAadr TV OESOUEVOV TOV
Bélovpe va mapdyetor and to dikTvo. XNV Katnyopio. TOV SIKTO®V UE supervision
VIApyEL TavTa Eva ddvuco €l000ov (input vector) Kot €vo didvuoua otdyov (target
vector). Mg v ypnomn tov oiyopiBuov back — propagation dopOmvetar ce kdOe
EMOVAAN YT T fAPT TOV HOVAI®Y TOL SIKTVOV £TGL OGTE TO AMOTEAEGLO TTOV TOPAYETOL
Vo OTAcEL Vo potdoetl 6to dtdvuopa otoyov. Zto Kohonen diktva dev vdpyet n avarykn
xpNong tov daviouatog otoyov (H dadikasio pdbnong oe éva Kohonen diktvo Ba

e&nynOet axorovbwe). [11]

"‘Eva Kohonen Network amoteheiton amd éva miéypa (grid) amd povadeg £600v kot omd
povadeg €166dov. H wéBe T tov Sovdopatog €16000V E€IGAYETAL GE o LOVAdOL
€10600V Kot 0koAOVBmG o KABe povada e£6dov. e kabe povaoda £6dov avtioToryel
éva 01dvocpa icov peyéboug pe o d1vocua IGO0V TOV AVATOPIoTOVV Ta. Bapn Kabe

povaodag €600V (apykomotobvtol Tuyaio og PiKpovg aptBpovg). [10]

2.2.2 Ta&wvopnon Acdopévemv

Onwc &xel NN avaeepbel, 1 opadomoinor/ ta&ivounon dedopuéveov (data classification)
amoteAel v kupe oautie yprong tov SOM diktdwv (o€ cvvdvaoud pe v
yoptoypaenon(mapping) ond n- d100Tdoelg o KpdTEPES Kataotdoels) . Eotm ot
vrdpyel €va GOVOLO amd 7- SGTACEDV SOVUCUATOV TOV TEPLYPAPOVY OVTIKEILEVAL.
Kdabe otoyeio tov kGBe 010vOGUATOG OvVOTAPIoTA pio 1010TNTO Y10 TO CLYKEKPIUEVO
avtikeipevo. To kéBe Odvooua elvar povadikd  OmMC KOL TO OVTIKEILEVH TOL
avamaplotovv. H opadomoinon tov aviikelpévemy autdv yivetotl ToA g0KoAN e TNV
ypnon SOM. Ta avtikeipeva avtd Oa opadomonBodv 6e daKPITES TEPLOYES LUE TETOLO0

TpOTO, £161 MOTE 6TV KAOe eproyn Ba Ppebovv aviikeipeva pe opoteg 1010tTES. [11]

‘Eva Bacikco mapaderypa ypriong eivat  yoptoypaenon (mapping) tov ypoUaTov (Tov
aVOTOPIOTAOVTAL HE Ao T Tpio YPOUATO TOL ATOTEAOVV TO KAOE ypdUA <KOKKIVO,
npdoivo, UmAe> ) oe <UNKog, TAATog> dnAadn amd 3-D oe 2-D. Me v ypron tov
SOM, ta ypopata Oo opadoronBovv 6e SAPopes TEPLOYEG AVAAOYO LE TIG TILEG TOV
dtvovtan otig mapopétpoug (RGB Coloring) 6mm¢ @aivetol Kot otV Mo KAT® KOV,

[9]
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Learning: 0.139121
Radius: 353.576

Iteration: 7003 Press 'R’ to retrain

Ewova 2.11 Eva tuyaio mapddsrypa pe Eva toyaio chvoro otoryeimv og éva diktvo Kohonen

nmapBév and ‘Al Junkie’ ([9])

2.2.3 Apyprektoviki) Aiktoov Kohonen

"Exovpe oM avaeépet 6Tt éva Kohonen diktvo amoteAeitar and Eva mAEypo pe povadeg

€166600L Kat £600V.

2VYKEKPLULEVO LITAPYOLY 0V0 emineda vevpdvmy. To Tpdto enimedo amotelel To eminedo
€16000V KOl OVCLUCTIKA OTOTEAEITOL OO 11- VELPDOVES — LOVADESG €16050V. OVGLUGTIKA O
apBpdc TV veupovav avtdv Kabopilel to péyebog g ddoTaoNS TOV JUVUGUATOV
€10000v (input vectors). ( 1o TOPASEYUO HE TO YPOUOTO B EYOVUE TPEIS VEVPDVEG
€16000V — 0 TPATOG Y10 TO KOKKIVO, 0 JeVTEPOG Yl TO MPAGIVO Kot 0 TPITOG Yo TO
umie). Kébe vevpmvag — povada €16000v cuvocetal pe OAovg Tig povadeg e£660v 6To

dgvtepo eminedo.[10,11]
To debtepo eminedo eivar cuvnBwg cLVdedeévo cav dedldotato TAEYHa. YTapyouv

Kol 7O OUCKOAEG EQPAPUOYES TOV OMOUTOVV OLPOPETIKO GYESIACUO TOL OELTEPOV

EMIESOV OUMG TIC TAEIOTEG EQPAPUOYEC AOY® OTAOTNTOG KOl YPNOOTNTOG TPOTIUEITOL
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avtdg 0 oyedlacuos. Kabe vevpmvag e£600v (1 veupdvag deLTEPOL EMTEOOV) , OTMG
&yovpe NOM met eivar cLVOESEUEVOS e OAOVG TOVG VELPAOVES £10000V. EmmAéov o kébe
vevpmva €000V vrdpyel €va ddvooua n- peyéBouvg pe aplBpovg TOv ATOTEAOLV TO
Bapn vy to cvykekpyévo vevpmva Ko Exel to 100 péyebog pe tov aplBud tov
vevpavov €16000v. EmimpochHeta o kdbe vevpmvag €£660v cvoyetiletar pe dAAovg
TapoKeiLEVOLS vevpmves ££600v kabopilovtag v tomoloyio/doun Tov dwktvov (2-D,
Hex x.1A.). H ovoyétion avty kabopiler yeirvioon tov VELPOVOV oUTOV Kol
kaBopiletar pe Pdon pa cuvdpton mov ovoudleton topological neighborhood (BAéme

Ewoéva 3.14).

Input layer neurons

|
[ |

® X=(x,x,.x) @

w,=(W,,W,,,...W, )

b o (-

wa - -

!
Output layer neurons

Ewova 2.12 Aopn evog Kohonen Awctoov mapBév and ‘The Code Project” ([11])

H tomoloywr] dmta — onAadn 1 datpnomn tev oxEcEmV HETAED TV OEdOUEVOV
dtvuopdtov 16600V dtatnpeitan pe v €vvola g «yertovidcy (neighbourhood) katd
v dwdwoacio ekpudOnong. [11] Ovclaotikd 1 «yertovidy gival €vo cHVOLO VELPOVOV
e€ddov mov ovoyetilovtar pe Paon pa ocvvdptmon (topological neighborhood).
Yuvnbwg 1 ovvaptnon avt kabopiletar pe Pdon v andGTACT GTO TOTOAOYIKO YAPTN

dradn otV tomoAoyio Tov dkTHoL pog (Ypappukn amdctacn). Omwg Bo eEnynbet mo
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Kt Oo yivetar ypnon g ypopukng omdéotaonc. [12] To péyeBog g yerrovidg

LELOVETOAL AVAAOYOL LLE TOV APIOUO TOV ETOVOAYEDV TNG O1OIKAGTOG EKULAONONG.

2.2.4 ExpaOnon ota diktva Kohonen (Learning cg Kohonen Networks)

Ta odiktva Kohonen aviikovv omnv katnyopid T@V VELPOVIKOV SIKTO®V Kol 7O
CLYKEKPLLEVO 6TV Katnyopia Twv competitive networks without supervision. AnAadn|
dgv vmapyel odvuopo otoyov. Avtibeto M ekudOnomn Tov dikTvoL YiveTOl E
OLLPOPETIKO TPOTO. Apyikd €yovpe por Toyaio kotavoun tov Bapov kdbe koppov
€E600v. AkorovBm¢ M povada e£6dov, g omoiag ta Papn taptdlovy pe 10 dtvuouo
€10000V, KOl M TEPLOYYN] TOL TMAEYUOTOS, ONAMOY ot yertovikol KoOpPor €£660v mov
vrohoyilovton pe Pdon v cvvaptnon topological neighborhood kai amotelodv Tig
YETVIAOELS TNG LOVADAG OLTNG, EMAEYOVTOL £TGL MOTE VO, LOWAGOVY E TO. GTOTYELD TNG

KOTNYopiag 6TV 0moio aviKeL TO S1OVUC LA, E16O00V.

[T ovykekppéva n dwdikacio ekpddnong mov akorovBeiton eivar n eEng:

1. Ta Bapn kaBe vevparva €600V apyKOTOIOVLVTOL TV OO,

2. Emiéyetar toyxaio €va dtdvocpa £16000V amd TO GUVOAO SLOVUGUATOV
mov Bewpovvrtal Ta dedopEVA TOL BELOLLE VA kAT YOpLoTotnfovv

3. Zvuykpivovton ta Bépn kaOe kOpPov pe Tor 0EG0UEVO SLAVUCLO ELGOJ0V.
O xopPog €£6d0v T0V omoiov T Phpn «pordlovvy TEPIGGHTEPO OTO
KkéBe aAiov koOpPov pe ta dedopévo e160d0v, emréyetan (best matching
unit BMU) (0 T1p6mog emthoyng yivetoun pe Bdon po cuvdptnon cuvibwg
yivetar yxpnon g Evkieidelog andotoomg)

4.  AxolovBwg vroloyilovtot ot yelrtovikol KOpPotl avarioya pe 1o péyebog
g aktivag. Ymoloyilovron pe Bdon o Ty mov ovopdaletal aktiva g
YETOVIAG TOV emAeydpuevoy kopuPov. H i avt)y peidveton oe kdbe
emavaAnyn kot 6cot kopPor Bpiokovtal péca otV TN OVTH CVIKOLV
GTNV TTEPLOYN] QLT

5. Ta Bépn tov xOupov omv mepoy] avty aAlalovv €161 MOTE Vo
powalovv o6to ddvucua €166d0v. Oco o KovTd glval KAmolog KOUPog

oto kOpPo BMU, t6c0 peyorvtepn arhayr veictavtal o Bépn . [9]
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H dwdwacio eravaroppdverot (amd 1o b) v éva aptOud eravoinyewmv mov ALyoviot
emoyéc ( epochs) mov kaBopiloviar oamd tov ypriotn Tov diktvov. Omwg yiveton
aVTIANTTO, AOY® TNG CLYVNG YPNONG Tuyatooinong (randomization), 660 HEYOAVTEPOC
elvar o apBudg TV emoydv 1000 KoADTEPT Kotnyopromoinor (classification) Ba yivel
and 1o diktvo. Opmg eivan onuavtikd va mapotnpndet o6t av Eemepaotel Evo apkeTd
HEYAAO aplOUd emoy®V TOTE VILAPYEL TEPIMTMOT Vo TANGLALEL TO diKTVLO GTO oNUEi0 TOV
over learning onAaod” oto onpeio 6mov 10 dikTvo TAEOV Ba pmopel va kot yopromotel
poévo moAh cvykekpyéva dedopéva €16000v. Xkomog twv Oktvmv Kohonen eivar 1

YEVIKT] KOTNYOPLOTOiNGT SEG0UEVOV Ol CUYKEKPIUEVMV SEGOUEVAV.

[Ma va yivel kaAvtepa Katavontdg o alyopBpog Ba 600l Bapvtnto 610 TPOTO EMAOYNG
tov BMU , 10 tpdém0o mov vmoroyileton m axktiva oo BMU pe v Ponbeio g
ocuvaptnong topological neighborhood, 6mwg emiong kot to0 mOg aAidlovv Ta Bapn

6ToV¢ KOUPovg mov Ppickovian péca oty aktiva tov BMU o€ k40e emavdinym.

H emoyn tov BMU pmopet va yiver pe v Bondeia ToAAdv cuvaptnoemy. Xuvidwg
opwg yiveron n xpnon g Eviieideiog amdotaons. Aniadn| yia kabe povada — vevpava
€10000v vtohoyileton 1 EvkAeideia amdotaom Tov d10vOGHITOG E16000V LE TO SLAVUGLOL
TV Bapadv Tov. O kdépPoc pe v pikpdtepn andctacn Bswpeiton 0 BMU. H EvikAeideia

amooTooT divetal amd To podnuaTikd THmo:
J=n 5
> Wi-w;)
J=0

E&iowon 1

OOV
n péyebog tov SavdcpaTog €10000V Kol Papdv tov KOpPov €£dGdoVL TOV
e éyyetan,
V] 10 j-0616 6TO1YKEI0 TOV H1OVICUATOG €GOS0V,
Wj 10 j-0016 oTOoLyEio Tov dovucHaTOg TV Papdv TOv KOUPOL ££000V TTOV

elEYyETON
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[a tov vmoAoywopd g axtivag tov BMU kot mo ocvykekpyévo towv koupov —
vevpaveov €600V mOv avikouv otV «yerrovid» (neighbourhood) tov BMU

¥pPMNOoTolEiTOl GLVNO®G 1 aKkOAOVON GuvapTNoT (UTOPEL O YPNOTNG TOL JIKTVLOL VO

r(1) =r, x exp[— éD

E&lowon 2

emA£EEL AAAN cuvdptnon):

1=0,1,2,...

OToL
10 ap1BudS TG MOy oL Ppioketal To HIKTLO MG,
r0 etvou  apyucn TN ™g aktivag (cuvnBwg Exet 1o péyebog Tov TAEYHATOG),
r(1) etvon m Tin ™S oKTivog Kotd TV Emoyn 1,
A o otaBepd mov e€aptdrar omd Vv aktiva (apBudg eroydv mov emAEYONKe/

log (r0)) [9]

Me Baon v T TG GLVEPTNONG QVTNG, AVTO TOL UEVEL Etvat 0 EAEYYOG Y10 TO TTOL01
vevpmveg €660V avikovy ¢° avtn TV aktiva. Eival onpaviikd va mopatnprioovpe 0t
Kol €00 LETPLETOL 1) EVKAEIDEWD OTOCTOCT GTN ToToAOYio pag (TT.y. o€ £va d160146TOTO
TAEYHOL 1) amOoTOoT VOGS KOUPOV amd Tov AALO pmopel vo vmoloylotel Kat pe Bdon 1o
[MuBayopero Bempnua). ‘Etor £xoviag avt) v T and tov BMU kot v Tun g
aKTivag PITopov e EDKOAN VO TPOGOIOPICOVLE TO TOL01 KOUPOL OVIIKOVY GTNV «YEITOVIE
tov BMU. EmumAéov, éva povadikd yoapakmplotikd tov diktowv Kohonen givoar 6t
axtivo og KaOe emoyn (EmOVAANYN) HEIOVETOL KOl ALTO EMTLYYAVETOL TPOGHETOVTOG
GTOV VTTOAOYIOUO TG aKTivag To HéPog exp(- 1) . Av 0 ypnomg emérele apketd aplBuod
enoydv toTE M aktiva Ba katoAnéel pe péyebog 1 mov Ba elvar poévo o vevpovag BMU
KaTL Tov Bo onuaivel OTL Exovpe TETOHYEL TOAD KoAN Katnyoplomoinom (BAéne Ewdva
3.14). [9,10,14] Eniong mpémet va yivel 1dwaitepn avapopd oty ¥pnomn g otadepdc A.
H otabepd A diver v duvatdmrta 610 ¥pnotn va eAéyEel to puhud TG TTOGNG TG
axtivag. Me tov mpocdiopiopd g otabepdc avtig (umopel va opiotel omevdeing Ko
oy pe Péon to TOTO ) 0 XPNOTNG TOL OIKTVOV UTOPEL VL EAEYEEL TNV TTMOOT TNG OKTIVAG
€101 OOTE va. Yivel PE TTo OROAO TpOTO. Me TOAD PEYAAN T OTO A 1 OKTIVOL LLELOVETOL

o apyd, To dikTvo apyel va cuykAivel, ypetdletar peyardtepog aplOpnog emoym®v oAl
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vhpyel peyoAvtepn mBavoétnTo €Vpeonc NG PEATIOTNC AVoNg ONAAdT  TNG
Katnyoplomoinong. Mikpdtepn T onuoivel O ATOTOUN TTOGN GTNV  OKTivVa,
Myodtepog VOAOYIOUOG, YpNYyopdTePn oOYKAlon oAAd mbavdg vo unv Ppebel 1
BéATiom Ao

Ewova 2.13 Enoyn BMU kot axtivag evog Kohonen Awktoov mapbév amd ‘Generations’

(14D

‘Exovtag vmoloyicel to chvoro twv KOuPwv mov Ppickovtal evtodg TG aKTIiVAG TOV

BMU (ocvumepirapfavopévoo kat tov BMU), Ba yivouv ot aAlayéc ota Papr pe faon

TNV 7o KAT® cLuvapTnon:

Wi 1= Wi+ @@ LGN - W,

1=0,1,2,...

E&iocwon 3

0oL 10 apPIOUOG TV ETOYMV TOV PPIOKOUACTE

Wi 10 maA16 divooua Bapov
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Wi to véo ddvuopa Papdv

Vi 10 dedopévo d1dvusa E16030V

L®) noy anotelei to learning rate

O 1oy amoteet 10 OGO N andéotacn and 1o BMU emnpedlet v pnabnon

Tov [9]

To learning rate LO) gy ocuvnbog po pkpn T cvvniBog peta&d 0.1 — 0.9 mov
pewwvetar 660 avédvetar o apBuds tev emavoryemyv. OVCLOOTIKA OTOTEAEL TO
uéyebog tpomomoinong TV Popdv TOV SOVUGUATOV «VIKNTOVY. Me HIKpn T 610
learning rate 1o diktvo apyei va cvykAivel Kot Guvendg amatteitot HeyaAvTEPOG aptOpds
EMOYOV OV KOoTilel apketd. XvvBmg avtn Vv ddkasio v emntBvpodUe OTOV TO
OIKTLO KAVEL TNV «YEVIKT» KOATNYOPLOTOINGT TOL Kol £XBupode T0 TANPN S ®PIGHO
TOV KOTNYOPU®V KOl EUPAVIOT] TOV KOW®V TOVG YUPoKTNPLoTiKav. ['evikd Bétovrtag
peyéAn tyn oto learning rate emtpémovpe 6to JiKTLO VO TPOYWPNGEY GLYKAIVEL O
YPNYOPQ, OUMG ot ThvOTNTES Yo va unv Ppebet 1 BEATIoT) Ao avédavovtar dnioadn
10 clustering mov Ba yivet dev Oa givar To 1WaviKd apod Ba Ppet Lev TIg Kot yopies aAld
dev Bo pmopet va tig Eekabapioel. EmmAéov anouteitoan oe kébe emoyn m peiwon tov
learning rate £tol ®ote o1 AAAayEC va yivovtiol AEMTOTEPES, Ol SLOKPIGELS HECH OTIC
TEPLOYES TOV YGPpTN Vo Yivouv o EEKABOPEG 00MNYOVTOG GE £va KOAVTEPO GUVTOVIGUO
TOV VELPOVOV Kol TEMKO € KOADTEPEG AVGEIS AapPAvovTag £TGL TO TAEOVEKTIUOTO
1660 oG HeyaAng tiung oto learning rate(clustering) toco xo pog pukpng tipung(fine

tuning). [13]

L(i)= Lox exp(— ij

1=0,1,2,...

E&iowon 4

0oL 1 0 aPOUOG TOV EMOYMV OV PPICKOLOCTE
A o otaBepd mov efaptdron amd TV axtive (aplOudg emoydv  TOL
TEPACAV/APOUOC ETOYDV

L0 n apywn) learning rate
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H O() eCaptdTon amd ™V YPOUKN omdotoon (amdoTact oTNV TOTOAOoYid)
peta&d tov BMU kot tov kd0e vevpava. Ovclootikd kabopilel to mOco emnpedlet n
YPOUMIKY omdoTacn oL £xel évag KOUPOC mov avikel otnyv axtiva amd tov BMU,
ONAadN TOCO TPEMEL VO EXNPENCTEL 1] EKUAONGCT Kol GUVETADS 1| dAAXY TOV PopdV TOV

GLYKEKPLUEVOL KOUPOV.

030) = exp(— %2(1)]

E&iowon 5

1=0,1,2,...

Omov 10 apudg TV ETOYDOV TOV PPIOKOUACTE
(1) n Ty mov vroroyileTtan 6TV GuVApTNoN 2
d n andéotacn Tov cuykekpévov koéppov and tov BMU mov vroAoyiletatl oto

Brua d tov alyopibuov

[9,11,15]
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3.1 Baoeiwg Agdopévarv

3.1.1 Baon Agdopévev Katd TAGKO GKAPOVENG

Ta dedopéva mov ypnoipomomdnkay oto TAicIO TG HEAETNG OWTNG, OTOTEAOVVTO
omwg &yel mpoavaeepbel, and dapopa yevetikd onueio otmv meproy] HLA amd v
omolo.  VEAPYXEL YVOON Omd TPONYOOUEVN €pEvVA, OTL TPOKVTTOVV TOAAUTAES
oAAnAemdpdoelg cuoyeTilOpeveg e TV KoTd TAGKa okAnpuven. Ta dedopéva avikovv
otV popoen tov Linkage Pedigree Format v) Merlin Format kot amotehovvion amd 600

dwapopetikd apyeio ta .ped kot .map apyeia. [22]

3.1.1.1 Ileprypaen Baong Aedopévav

H Bd&on n onoia ypnopomombnke ota mlaicio TG HEAETNG QLTS APOPOVCE TNV KATE
mAdka okinpovon (multiple sclerosis). Eivat xpovia acBévelo mov cuyva anevepyonotel
VELPMVES Kol AEOVEC TOL EYKEQPAAOV TPOKOANDVTIOG TOAAL Kot coPapd mpoPAnuato
OTMOC OTAMOAELEG LVIUNG KOL U1 PUGIOAOYIKEG CLUUTEPLPOPES GTOVG OGHEVELS, YTLTTAOVTAG
070 KEVIPIKO vevporoykd cvotnua tov avlporov [23]. H Bdon mapovcibletor otnv

Broypapio. [23]

H mpoondbeio Eexivnoe to 2003. Tpio KAVIKA KEVTIPO TNG KATO TAGKO GKANPLUVONG

(MS) ocvvepydomkav yio vo tapovv Proroyika detypoto ond acbeveic. Ta 600 frov
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otV Evpomm kot to éva oty Apepucn. Katd tv perétn avt) ypnoporomOnkov
acbeveig pe 1otopkn kataywyn ond v Popein Evpdnn pe mpotipmon va égouvv o
apylkn vmotpony MS, av kot to dTopo PE OAEC TIC KAWIKEG VTOKOATNYOpieg NG
acBévelog cuppeteiyov, GLUTEPIAAUPBOVOUEVOD TOV KAVIKG OTTOLOVOUEVOD GUVOPOLOV
(CIS), ¢ emotpépovtog vrotponnic MS (RRMS), ta devtepofdduia tpoodevtikd MS
(SPMS), ta apywd mpoodevtikd MS (PPMS) kot v mpoodevtikny vmotpony MS
(PRMS) [23].

To amotélecpa TG CLAAOYIKNG OVTNG TPOSTADENG, KATEANEE otV dnovpyio. TG
Baong mov ypnoomomnke oto mAaiclo TG HEAETNG aVTNG Kot epEyel 1853 dtoua,

acBeveic ko un acBeveic ko perén 327 onUeENK®OV TOAVHOPPIGUOV. [23]

3.1.1.2 Tomor Apyeimv wov ypnopomodnkay

Ta .ped apyeio mepiéyovv T ddpopo yevetikd onueio SEOP®V ATOU®V TOV
CLAAEYTNKAY oe Odpopa Proroyikd epyaosthipla. Kdbe ypapun avtictoyyel oe éva
dropo. O1 otheg Toug droywpiCovton pe white — space(space 1 tab) ko TEVTO 01 TPAOTES
€1 oTNAES Elval VTOYPEMTIKEG Ko OTOTELOVVTOL OO TIG GTIAEG

e Family ID

e Individual ID

e Paternal ID

e Maternal ID

e Sex (1=male; 2=female; other=unknown)

e Phenotype

Ot tipég avtdv oty otnAov givar apBpoi, kot o cvvdvacuds petatd family ID ko
individual ID kaBopiCovv povadikd éva dtopo. O @awvoétvmog kabopiletor otnv

televtaio oTNAN ONAodN KaTd TOGO Kamolo dropo givoar achevig 1 vymc. [8]

Ta .map apyela amoteA0VV OVGLOGTIKA TTEPLYPOUPES TOV KABE YeVETIKOD omueiov mov
vrapyel oe €va avtiotoryo .ped apyeio. Anladn n T kdbe omAng (ektog amd Tig 6
anapaitrec) tov .ped apyeiov yapaktnpiletal amd (o Ypapun Tov .map apyeiov kot

ocuvnBmg Tepthapfavouy Tig akoAovdeg TANpoPopiec Ge piol YPOLLLu.

36



toug pe white — space. [8]

e chromosome (1-22, X, Y or 0 if unplaced)

¢ Genetic distance (morgans)
e Base-pair position (bp units)

e rs# or snp identifier
Onwg kot ota .ped apyeia, ot oTAeg dtoympilovion petald

Il ¥ <l 2
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(S R S S I RS IS R S I S R SRS S S S S S SN S S S
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3.2 E@appoyéc mov XpnopomomOnkav

3.2.1 Egappoyn PLINK ywo tqv enelepyoacio froroyik@v 0£dopuévmv

o v e€aymyn S10POp®V YEVETIK®OV CNUEI®V HUE CNUAVTIKY TANPOQOpia dNAMON UE
peyaro PBabud cvoyeticemv petald tovg (ynid Pabud enictacng) ypnoomomdnke 1
epappoyn PLINK. Amotelel epappoyr] ovolkToy KMOWKO KOl TPOGPEPEL Lo TAELAO
amo O1PopeG PLOAOYIKESG KO OTOTIOTIKEG AVOADGELG o€ YeveTikd dedopéva. H yprion tov
PLINK ftov dwitepa onuovtikny kabdg mopeiye v dvvatdotnta ypnong Uoévo tomv
YEVETIKOV onueiwv, ta omoio Bewpodviorl 1010i{TEPA CNUAVTIIKA Y100 TNV ETIOPACT] UIOG

acBévetag. [8]

210 otdoo g mpoenelepyaciog, £yve ypon TOV S0POPOV GIATPOV TOV TOPEYOVTOL
HECH NG €POPUOYNG OVTNAG Yoo va mapoayBodv apyeion pe ocvykekpluévo opluo
OTUEWKDV VOUKAEOTIOIKMOV TOAVLOPPICUAV, OTMG EMONG Kot Yy TV dnpovpyio
Eexoplotdv apyeiwv mov mepEyovy gite udvo atopa Tov eEpovv TV acbévela (cases)

elte povo vyieig dropa (controls).

3.2.2 Egappoyn SPSS

Amotedel por opdon EQUPLOY®OY TOV TPOCPEPOVY GTATICTIKEG avaivoels. TTpoceépet
0TO TEAIKO YpNOTN £va TOAD PIMKSO — TPOC — TO — XPNoTN TEPPArAOV, KaBDG Kot Tapa
TOAAEG dvvatdTNTES GTOV YpNoTh. Mropel va dtafdoetl dedopéva amd oyeddv OA®MV TV
TOm®V T apyein, Kot vo ta enelepyacTel TapAyovToS OVOPOPES, YPUPIKES TOPUCTAGELS,

Kol TAPOL TOAAEG GALEC GTATIOTIKEG AVOAVGELC.

210 014010 NG TTpoeneLepyaciag, £Yve ypnon TOV dSPOP®V PIATPOV TOV TOPEXOVTOL
HEC®O NG €QOPUOYNG OVTAS Y vo mapayBovv apyelor pe ocvykekpuévo aplOpd
ONUEWKADV VOUKAEOTIOIKMOV TOAVUOPPICUDV, ONMC €mWIONG KOl Yoo TNV omOppLy”

ATOUMV TTOL EV IKOVOTOL0VCGAYV GUYKEKPIUEVEG PLOAOYIKES OVAYKEG,.

EmnpocOeta, to SPSS ypnoonomOnke kot kotd 1o 6tddo g petaeneiepyaciog yio

TNV TOPAY®YN SAPOPOV YPUPIKMY TOPUCTACEMY Y10 OTEIKOVION TOV OTOTEAEGUATOV
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and TG eQappoyég mov Exovv avomtuyfel ota mAlaicwa g peAétne avtig. O Adyog
xpnowonoinong tov SPSS avii omowconmote GAANG €pappoyng mov Ompovpyet
YPOPIKEG TOPACTACELG — EIKOVES NTAV OTL €lval o 1O10ATEPO PIAIKT TPOS TOV XPNOTN
epappoyn. Emmiéov, apov vmmpye oM pia e€otkeimon pe tov meptPaAlov g amd v

TPONYOVLEVT YPNOT TNG, EMAEYNKE Y10, TNV ONLOvPYin TV omelkovicemv pog. [16]

52 GS593 subset.sav [DataSet3] - SPSS Data Editor - |I:||5|

File  Edit “iew Data Transform  Analyze Graphs  LUilities  Add-ons  WWindow Help

CHA B o L8k 4 Ad EaE 300

1 1 |visible: 67 of 67 Variables

| id wrkstat | marital | agewed | sihs | childs age | hirthrmo

1 1 1 3 20 3 1 43 g |~

2 2 1 5 D 2 o 44 8 [

El 3 1 3 25 2 0 43 2

4 4 2 5 0 4 0 45 99

5 8 8 5 0 1 0 78 10

B B 8 1 25 2 2 83 3

7 7 1 1 22 2 2 a5 10

g g a 1 24 3 2 75 I

9 9 1 3 22 1 2 3 7

10 10 2 = 0 1 0 o4 3

11 11 1 5 0 1 0 29 4 &
= ]

Data View | Sariable View |,

| |SPSS Processor is ready | | | | |

Ewova 3.3 Ewoaywyn Asdopévaov oto SPSS and ‘Statistical Computing Group,
University of Pennsylvania’ (http://www.ssc.upenn.edu/scg/spss/verybasicSPSS.pdf)

3.2.3 E@appoyn Gnuplot

H epapuoyn Gnuplot givon epappoyn avoiktod k®dkao 1 omoia pmwopel va mwapdéet dvo
Kol TPV OoTtdoemv ypagikés mapactdoelc. Eivar command — line mpdypoppo
onAadn dev mopéyel ypapikd mepifaiiov — avtifeta ta mhvto yivetonr PE EVIOAEC GE
dupopa tepuatikd. Etvar popnt (portable) spappoynq — tpéxet oe Unix — Linux, MS
Windows, MAC OS kot o€ apketég dAleg mAateopuec. ‘Exel avantuybel oty yAdcooo
C. Av kot gtvor eQoppoyn avolkTod KMOIKM, GUVETAOS O TNYiog KOdKAS (source code)
TaPEXETOL dWPEQY, EVIOVTOLS OEV EMTPEMETAL GTOVG YPNOTEG — OF MEPIMTMGN 7OV

TPOTOTOCOVY TOV KMIIKO — VoL TOV dtavEovV eElgvBépa. [20]
2Muepa to Gnuplot, amevBuveton Kupiwg 6€ EMGTUOVEG TOL OTOLTOVV EEEIOIKEVUEVES

YPOQIKES TOPOCTAGELS, av Kol T0 1986 0Tav MPpOTOEUPAVIGTNKE GTOV KOGHO, GTOYEVE

va Ponbnoet kuplog podnNTéS Kot GoITNTES Yo AmEIKOVION HAONUATIKOV GUVOPTNCE®DY
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Ko oedopévav. Emmdéov, Adym ¢ wwaitepa avénuévng ypnong Kot ovoryvmpiong mov
amoAaupdver  €yovv oavamtuyfel OGpopeg PipAobrkeg oe  TOAAEG  YAMGGES
TPOYPOUUOTIOHOD 7oV emTpémovy v ypnon tov Gnuplot péoa oamd GAAa

npoyphupata. [20]

Xy pekétn oavtn, ypnowomomnke to Gnuplot, ywr v Oomuovpyic YPOEIKOV

TOPACTACEDV, 1010{TEPO TAPACTACEDY TOV AUPOPOVGAV TEPACTIO OYKO OESOUEVAV.

Ewova 3.4 Tapaderypa Extéleong oto Gnuplot

(http://www.gnuplot.info/demo/world.html)

3.3 [Ipoenetepyncio Agdopévav

‘Eva amd to 1o onuavtikd otddiol yio Ty ekmoévnomn g HEAETNG VTG NTOV TO GTASI0
¢ mpoenelepyacioc Tov dedouévav. H peyoidtepn tpoKAnon 61o 6tddio ovtd NtV o
TEPLOPIGHOG TOL HeYEBoue TV dedopévmv, kabdS vrpyay TAPO TOAAY YEVETUKH
dedopéva Tov dev Nrov amopaitnta. To dedopéva avtd Tépacay omd ddpopa GIATPa,
pHécm TV omoio aopédnikov ta aypeiaota dedopéva. Ouwmg axdpo Kot PETE TO
QIATPAPIOUO TOV OEOOUEVMV, 0 GYKOG TMV ONUAVTIIK®OV ded0UEVOV eEakoAovBooe va
etvan tepdotioc. ‘Etol, amogaciommke m avantuén evog oiyopibupov ovumiconc
eedkevpévo o Proroyikd dedopéva mov Ba peiove 1o péyebog TV apyeiov oto

péytoto duvatod Pabuod, o 0moiog TPOGPEPETUL GOV LOVTEAO OVOIKTOD KMOOIKO.
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3.3.1 Ouktpapriopo Agdopévev

Ta «opd dedopévoy Empeme TPOTA Vo, IATPAPIGTOVV €161 OCTE Vo eEayfodv Ta
dgdopéva To. omoion gV MTAV YPNOULO YO TOVG GKOTOLG TNG €Qapuoyns. Eyvav

GLYKEKPIEVA 6 PIATpOpioUATOL.

Zuykekppéva, Tpato and oha, dnpovpyndnkav 3 dupopetikd apyeio dedopévmv Tov
neplelyav povo aocbeveig(cases), povo vyieic (controls), kot cvvdvacpd tovg. Ot
dwywpiopot avtol ywvav €tot dote va eayBodv d1dpopa CLUTEPACTUATO OGO APOPE
ovoyetioelg pe 11§ achéveleg Kabmg Pmopodv vo avakKaALEOoOLV YOpOKTINPICTIKA TOV
pmopetl va opeirovtat yio v acBéveln kot mapovctbdlovrar povo otovg acHevels, N
YOPOKTNPIOTIKA 0TOL 0oio, oPeideTol 1 KATAGTOAN NG acBévelag Kot mopovstdlovral
UOVO GTOVG LYIEIG, N XOPAKTNPIOTIKA Ta omoia dev gvBhvovTal o omoia gival emiong

GNUOVTIKE, Y10l TOV OTOKAEIGHO O1APOP®V OEGOUEVOV.

Ot 3 vtoLoot S ®PIoHOL TOL EYVOV OLPOPOVCAY Kot TOAL TNV 1100 KOTNyoplomoino
(cases, controls, cases and controls), Opwg Tp®@TO awd OAN EMAEYNKAV TO GTOUO Y10, TOL
omoio T YEVETIKA TOLG onueia mapovoidlovy emictaon peyoivtepn g tiung 45. O
AOYOG EMAOYNG TOV ATOUOV OVTAOV, OPEIAETAL GTO YEYOVOS OTL TOL YEVETIKA TOVG onpeio
napovstalovy, pe Baon TV oTATIGTIKY, Waitepn onpacio kabmg uropet vo opeilovtal
Yoo TNV Tapovsio 1 Oyt MG ovyKekpuyévng acbévelng, kabmg kdmowa SNPs

EMKOAOTTOVVY 1| €TNPEALOLV TNV OpACT| KATOLOV GAA®V GE peydio Baduod.

3.3.2 Avadwké Ipotvmo/Format yio yeveTika dgdopéva, — Xopmicon

Onwc éxel mpoavagepBel, akOpo Kot HET TNV €QUPUOYT] QIATp®V oTa dedouéva, O
amoONKeELTIKOG YDPOS OV ATALTELTO YO TNV SLOTHPTOT| TOV YEVETIKAOV SEGOUEVMV, NTOV
wwitepa peydAog e onUeElo OV amoPAcioTNKE 1 avATTLEN £VOG ahyopiBon avolkTov
KOdwka, mov Bo €dikeveETAL OTNV ovumieon Tev dedouévov. ITo ovykekpiuéva,
ypnoorombnkayv ot dvvordtnteg binary amobnkevong mov TPOGEEPEL 1 YADOGGO
npoypappoticpod C++. O kodwkag ofuepa pnopel va ypnoponombet and 6lovg kot
éxet Mon ypaoptel €va conference paper moOv TEPLYPAPEL TO TPMOTOKOAAO TOL

dnuovpynnke yio to okomd avtd kol dnuoctevtnke tov OktdPpro tov 2008. [17]

41



Etvor onuovtikd va avaeepBel 6t 11 duvatdTnTO. 0LT TPOCPEPETOL UECH TG
epappoyng PLINK [8] opwc m kwowkomoinon mov epopudler to PLINK av kot
emtuyydvel v peioon tov peyébouvg twv apyeimv oto picd and OTL EMTVYYAVEL O
TPOTEWVOUEVOG OAYOPIOLOG, EVIOVTOLS VITAPYOVYV KATOL0, GNUOVTIKG oTolyEio ToL omoia
dev umopel vo dloympicel Kol €T01 €YOVUE OMOAEL TOV OPYIKOV OEOOUEVOV, GE
avtifeon pe tov mpotewvdpevo aiyoplBpo mov pmopel va avayvopicel onotodnmote

yeveTtiko onpeto. [17]

3.3.2.1 Ileprypagn AkyopiOpov

H xwdwomoinon ompiytmke otov meplopiopévo aptipd KotaoTAGE®Y GTOV O0TOo10
umopet va Bpickovron ta alleles. ITio cuykekpyéva, kabe allele (etepdluyov onuetakod
TOAVHOPPIoHOV) pmopel va Pploketon oe pion amd Tpelg mBovES KOTAGTAGES, TOV
nepthappdvouy ta 600 mOavE voukAEoTido Tov pmopel va amoteAeitan kabmg kol Tnv
KOTAGTOON VO UV VItdpyovv dedopéva yia ekeivo to onueio (opileton ¢ missing data).
2VVETDS Y10 TV KOIKOTOINGT| TOV TPV OVTAV KOTAGTAGEDV amottovvon 2 bits. 1o
TPOTEWVOUEVO TPOTOKOAAO TTPOTEIVETAL OTTMOC YpNnoorom el kot n T€TapTn TEPINTOON
7ov pag ditvouv ta 2 bits €101 dote va dtauympilovtar ot daypapduevor (deleted) deikteg
(markers) am6 ta missing data, ototryeio To omoio lval W1OiTEPO CNUOVTIKO GE KATOLEG
ewég avarvoelg onwg ot Copy Number Variants (CNV) avaidoels. EmmpocOeta
VIAPYEL KO TO EMITAELOV TAEOVEKTNUHO OTL 1 Kodwkomoinon etepdluywv alleles
drywpiletat, KatL TOL dev Eegywpilel oe GAAOVG AAYOPIOLOVS, KOl EIVOL OTLLOVTIKNY Yol
avaivoelc mov omnpilovral oty akoiovbia (sequence) tov alleles [17] H telwn

Kodtkomoinon ntopovsidletor otovg mivakes 3.1 ko 3.2.

Ma Bdon 1o mo mavw, viAomombnke o alyoplBuog cvumieong, YPNOLOTOIDVTOS TIG
duvoTdTNTEG TNG YAMGOG TTpoypappaticpoy C++ kat mo cvykekpévo e Standard
Template Library mov mapéyet d1dpopeg KAAGES Yoo TNV avamtuén epapuoyov. [18]
Yuykekpéva, ypnopomomonke n kAdorn bitset mov omewovilel mivakeg omd Dbits
TOPEYOVTAG TNV OLVOTOTNTU GTO TPOYPUUUATIOTH VO arodnKevel bits av Kot og OAEG TIC
YADGGES TPOYPOUUATIGHOD T EAGYIGTN HOVAOOQ amOOM|KELONG TOV TOPEYETAL GTOV

TPOYPOUUOTIOTY gival TO byte.
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Ovolaotikd, kabe 8 bits, arobnkevovtay 6e Eva apyelo oV LopeT YopaKTNPa KaBMG
éva 1 byte avtiotoryel oe 8 bits kou 10 byte, dnwg €xer mpoavapepOel amoterel v
Mot povada amobnkevons. ‘Etot ywvotav po petatpony| and bits oe bytes cav

YOPOKTNPAG, KOl TO avTifETO.

EmnAéov mpémer va avapepBel 0Tt 0 cuykekpyévog aiyoplipoc Adym e apKeTc
gpyaciog mov amotteito, £mpene va polpactel e 600 gpyaciec. Apol amopacicTnKe M
YEVIKN 10€a Yo T0 o¥ O oTNPlOpacTE e TNV cuvepyacio OAng TG opdoag, o KHpLog
Apiotog  Aprotodnuov  avélafe TV amokpumTOypaAPNnon kKot Odfocue TV
KOOTKOTOMUEVOV OEOOUEVMV KOl O EYM ,0 DITOPOLVOUEVOS, OvVEAUPO TNV KOOKOTOinon

TOV 0£SOUEV@V.
PROPOSED ALLELE ENCODING

Allele Encoding
Unknown 00
A 01
a 10
Deleted 11

[Tivakag 3.1 H mpotevopevn kwdwkomoinon tapbév and to [17]

PROPOSED ENCODING FOR BI-ALLELIC MARKERS

Allele 1 Allele 2 Encoding
Unknown Unknown 0000
Unknown A 0001
Unknown a 0010
Unknown Deleted 0011

A Unknown 0100
A A 0101
A a 0110
A Deleted 0111
a Unknown 1000
a A 1001
a a 1010
a Deleted 1011

Deleted Unknown 1100

Deleted A 1101

Deleted a 1110

Deleted Deleted 1111

[Tivaxag 3.2 H mpotewvopevn kodikomoinomn yio opyavicpovg pe dvo alleles mapbév amod to

[17]
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3.4 leprypaen AryopiOpov Enetepyaciog

3.4.1 Categorical Agdopéva yio Xaptn avtd — opyavoong

‘Evo amd 1o mo onuoavtikd tufipoto tg peAETng autng frov 1 avalntnon Tponwmv
yxpNong categorical dedopévmv e xapteg avtd — opyavmong. g categorical dedopéva,
opifovtar dedopéva mov amoteEAOVV €va TEMEPAGUEVO GUVOAD dedopévav (cuvibwmg
ukpd péyebog dedopévarv), 10 omoio To KABe O£dOUEVO OVTATOKPIVETOL GE o
oLYKEKPLUEVN KaTnyopia 1 Gvopa. AnAadn dev elval 0ES0UEVE TOV OVOTAPIGTOVVTOL LE
apiOunTcéc Téc. o mapddetypa, oe pia Bdorn dedouévav mov mepiéyel pabntég, o
YOPOKTNPOTIKO «Tunpoy eivor categorical dedopévo KoBMG TEPLEYEL GLYKEKPLUEVQL
ovopoato movemotuiov. ‘Evag amdog opiopog tétolmv dedopévav gival vo pmopel va
d00el o 1 mpog 1 avriotoryion peta&h TV SEdOUEVOV AVTOV Kot EVOG TEMEPUCUEVO

VTOGLVOAOL TV PLGIKAOV aplOu®v. [24,25,26]

O yapteg avtol 6mmg €xovv mpotabel [15], umopovce va ypnopomombel poévo yio
aplOunTikd dedopéva. Omote, énpene va PBpedel tpoOmOC Yo Avon Tov TPOPANLATOG
ovtob. Méoa v BIPAMOYpaPIK ETCKOTNON Ko YEVIKOTEPT HEAETN, XPNOLOTOMONKE

1N OLOSIKN TPOGEYYIGN — AVOTOPACTACT] TMV dEOOUEVOV

‘Exovv mpotabel moAlol dAlotr tpodmor yioo AOom Tov TPoPAnuatog Tev categorical
0edoUEVDV OE YAPTES VTO — OPYAVOONG, OTMG Y10 TAPAIELY O YPTOT TVAK®OV YPAPOV
nmov ameikoviCouv v oyxéon petoEd TV dedopévev KTA. [26]. Ewdwodtepa ovth n
TPOCEYYIoN OEV UTOPOVGE GTNV TPOKEWEVY] TEPIMTMON VO EPOUPUOCTEL, oV Kol
napovotalel Oetkd omoteAéopota, Yo dvo Adyovs. Ilpdto oamattel onuovTiky
TOGOTNTO LVIUNG Yot ONHovpYio TOV YPAP®V Kol SEVTEPO KOl TO TTO GNUAVTIKO givor
Ot pe To dgdopéva o omoia VENPYAV, OeV LINPYE TPOTOS Vo «Baburoroynde» n oyéon
petald tov dedopévev omAadn va dobBovv Papn otovg molvpopeiopovc. Etot
aKoAoLONONKE N TPOGEYYIOT TOL UKOAOVOEITOL TTIO GUYVE Y1 TETOLEC TEPTTMOOELS OTWS
avaeépetor oty Piproypaeia [24,25,26] mov eivor 1 anekdVIoN TOV SEGOUEVOV CE

dLAdIKN HOPON.
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H mpotewvopevn kwodkomoinon - petatpomn mapovcsidletor otov mivaka 3.3.
AxorovOnOnke i allelic Tpocéyyion. Aniaon avaroya e ta wota eivan ta alleles e
éva onuenkd moAvpopeiopd kabopiletor N avarioyn avamopdoTacy, aeov 1o Kade
allele og éva SNP umopet va Bpioketar 6€ 3 S10pOPETIKES KATOGTAGELS, £iT€ missing gite
éva, amd T 600 vovkAeotidwn ov éva SNP umopel va éxet. O alyopiBuog «PAémeyy 10
kd0Oe allele Eeywprotd. Ayvoel ta missing dedopéva ta onoia e&nyovvtan To KAt T0
g ta dwaxepiletarl o adydplBpog. Xvvenmg pEvovy povo ta 000 mhava VoukAEoTidia.
YUVETMG 1 TAPOLGin TOL VO vovkAeotidtov oto allele avamapiotdton amd v Tun 1
Kol 1 TOpovsios Tov GAAOL voukAeoTdiov oavamoapiotdton amd v Ty 0. Ta
mopadetypa av Ta voukAeotiown evog SNP eivar AT ko éva bi-allelic SNP €yet v tyun

AA tote m dvadkn avarapdotacn etvor 1 0.

O alyopBpog avayvopilel Tpdta amd O6Aa 10 (g0YOS TOV TOAVOY VOUKAEOTISIWMV Y1 TO
k@Be SNP, péoa amd ta dedopéva. Avdloya pe 10 {e0yog mOv TPOKVTTEL YivETOL M
kodkonoinon o6mwg mapovoidletal otov mivaka 3.3. 'Eva mopddetypo extéreong Oa
ntav avayvopion tov vovkieotwiov T G. Tote ya éva dtopo mov €xet G G ya 10
ovykekpipuévo SNP, 1 kwdikomoinon mov Oa yiver Ba eivan 0 1 kot yio KGmwolo AL

dropo mov £xel G T w¢ tiuég v alleles, n kwodikomoinom mwov Oa yiver Ba givon 0 0.

Me avtd tov Tpdmo, yiveton n petatpon| Twv categorical dedopévav 6e dSvadikn Lopen

Kot divovtol og €16000G 6T0 diKTLO.

Oco apopd tov ceplaxd aryopBpo pe ypoppikd ocdopéva (linear data), epyacio yo
Vv omoia NTav vVEevBLVOS 0 KHPLog Aplotog AploTdONUov, Ady® TG HEAETNG TTOL £Yive
7o TAVO, omoPAcioTnKE Vo akoAovOnbel n dwo Tpocéyylon dNAMdN HETATPOT TOV
categorical dedouévav oe dAAN popen. H dwapopd €ykertal 6to 0Tl PETATPETOVTOL TO
dedopéva og YpopKd, avti va ypnolonoleitor dvadikn onewovion. o kdbe SNP,
AVOTOPIOTOVTAL 3 KATOOTAGELS ovaAoya pe Tig TIES tav alleles tovg. AA petatpémeton
oe 1, Aa1 aA og¢ 2 kot aa og 3. H Bacwn dwpopd petacd tov 600 avarapoctdoeny
apopd tov Oywplopnd petald aA kot Aa, a@od OTNV VAOTOINGT HE TO YPOUUKA
dedopéva dev daympiletar — Bewpeiton cav 101 mepinmtwon — evd oV SVAOIKY|

AVaTOPACTACT] TO SIKTVO UTOPEL VOl TO AVAYVOPIGEL £0G EEXMPLOTEG TOPACTACEL,
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CATEGORICAL AEAOMENA — I[TPOTEINOMENH AYAAIKH

METATPOITH

Allele Encoding
AA 01
aA 11
Aa 00
aa 10

Based on that the alleles found by the algorithm are aA

[Tivaxoag 3.3 H mpotevopevn Kodikomoinon mov ypnoiomodnke ota mAaicto TG HeAETNG

VTG

3.4.2 Xeipopog Missing Agdopévav o€ I'eveTika Agdopéva,

X OVOAVCELS YEVETIKOV OEOOUEVOV, U0, OO TIG TO ONUOVIIKEG OTOPACELS TOL
avoAQUPAVEL KATOLOG AVOALTNG, apopd To TAOS B dwyelprotel Ta missing dedopéva
mov mopovotdlovior oe Odpopeg Pacelg yevetikdv oedopévav. Ta dedopéva avtd
TPOKVTTOVV €lte PéGa amd GEAApATA aKpifelag TV Unyovov avayvopiong tov DNA
ONAadn Katd TNV GAcT) TOL genotyping - TNG avAyvVMGNS TOV YOVOTVUTOVL -, ite yati Eva
GUYKEKPIUEVO ATOHO OV €Yel €V ONUEWNKO VOLKAEOTIOKO TOAVUOPPIoUO, KABMG
pmopetl va PBpioketon oe po dwypappévn meployn. Ta dedopéva avtd, av Kot Ogv
eppaviCovior oe peydho Pabud, vIapYoLV TEPMTIMGELS KOTA TIG Omoieg pmopel va
TPOKAAEGOVY TOAAG TPOPANLLOTA KOl GUVETMG AAVOACHEVO OTOTEAEGIATO GE SLAPOPES

aVOAVCELG.

210V oAyoplOpo mov mapovctdaleTol 6To TAMIGLO TG HEAETNG OWTNG, N TOPOVCIN TV
missing dedopévav, énpene va Anedel vdym kabmg Bo emnpéale ta amoteEAEGHATA GE
peydro Babud ta amoteAéopata. Oewpntikd, 660 ovédvetor o apBudc TV missing
dedopévay, toc0 Ba avéavetar kot o PBabpog mov emnpedlovral To ATOTEAEGUOTO
oniadn 1o mdéso mpokatelnupéva (biased ) Ba givar 660 TpPog To Missing SEOOUEVOL.

[27,28] T'la. To Ady0 awT0, £YEL AMOPAGIOTEL L SL0POPOTOINGT 6TO aAYOpIOLO.

Avtd mov yivetal ovclooTikd, elvon poe wpoomdbeio voo umv AapBdavovtal veoyn ce

KOVEVO, VTOAOYIGUO ONUELKOT VOUKAEOTIONKOL TOALHOPPIGHOL 7OV £YOoVV missing
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ogdopéva. Xvykekpluéva, 0tav o aAyoplBpog avoyvmpicel missing dedouéva, 6e €vol
SNP, 10te dev AapPdvetar vmwoOyn KOTQ TOV VTOAOYICUO TMV OTOCTAGEMV Yo TNV
gbpeon tov BMU. 'Etot, 1 emhoyn dev emnpedletal kaBOAov amd ta dedoUéva ovTd.
Emmpdobeta, otovg képPovg otovg omoiovg pe Pdon tov BMU, mpémer va
TPOTOTOCOLV Ta BApn TovS, Bdpn T omoia avticToryovy o€ SNP yia ta omoia yio 0
OLYKEKPLEVO GTOpO, TTapovsldlovy missing dedopéva, dev TpomomotovvTat To Bapm
Tovg. [ v avayvopion, av ivar missing ded0pEVA, VTLAPYEL it dOuN, 1| ooio KoTd
v dwdkacio dtfdcpatog Tov dedopévav, pe Bdorn to av vrdpyovv 0 0 évoeién ota
dedopéva €16000v, amodnkevel v TAnpoeopia avtr. 'Etol, umopet 10 cHotua avd
nhoo otiyun vo avayvopicet oe moww SNP vrdpyovv missing dedopévo Kot vo To

OyYVOT|GEL.

3.4.3 Xaprakog AlyoprOpog yaptn avté-opydvmong

210%0¢ TG UEAETNG avtng €lvan M avamtuén evdg mapdAiniov aAyopiBuov avtd —
0pYAvVOoNG Kol XPNoN TOL Yo €EAYMYN GUUMEPACUATOV HE TNV ¥pNon Ploloyik®mv
dedopévov Ommg €xel mpoavapepBel. MéEcm g PPAIOYPAPIKNG ETGKOTNONG TOL EYIVE
aVOKOADPONKE Kol TO UEIOVEKTNO TOL GEPLOKOD oAyopiBupov, mov eivar o peydhog
xpOvog exmaidevone. Opwme, emewdn o xpovog avtdg eEaptator and tov apipd tov
dedopéEVMV €16000V, OMOPAGIGTNKE OPYIKA 1| VAOTOINGN TOL GEPLOKOV £TGL MGTE V.
TPOKVYOLV S1APOPa CLUTEPACUATO KATA TOGO Bo TOV ETAPKNG 1) VAOTOINGN 0VUTH Yo

TOVG GKOTOVG TNG UEAETNG QVTYG.

JuyKekplévo,  ovomtoxdnke o odyoplOudg Ommg  akpPdg  mEPLYPAPETAL  GTO
vrokepdiao 2.2.4. Apywd o aiyopiOpog dnuovpyeil éva 5160146TATO TAEYUO, TOVL
amoteleiton amd vevpmVES Kol avaroya pe To pEyebog Tov S1avOGUATOS E1GOO0V, GE
Kka0e vevpmva dnpiovpyovval To Stvucpoto Tov Bapav (£xovv to 1010 péyeboc pe ta
dlovocpata €16000V) Kol apytkorotovvtot pe Tipég amd 0 — 1. X ocvvéyela opilovtan
pLOUOG pabnoNc Kot M aKTivae, TOL JIKTOLOL amd ToV ¥PNoTH. AkoAovOwS, apyilel M
owdkacio pddnone. Iapovosialerar £va ddvucoua 16000V, Eva kdbe opd wGdTOL
nepdoovy Ao T dravOoUaTe KATL TOL oNpaivel TV OAOKANP®ONG pog emoyne.
KGOe ddvuopo €16000V, OAOL 01 vevpdveg VIOAOYIlovy TNV gLKAEIdE amOGTAOT)

netald tov Poapdv TOLG Kol TOL JVOGUOTOS EIGOO0V, Kol EMAEYETOL O VELPAOVOGS LE
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mv ukpoTeEPN amdotact. AkoAoVOmwc, OAol ot vevpmveg vmoioyilovv Eava v
evKAeidel omdoToon peTalld avt TV QOPd, TOV OMTOGTAGEMY TOVG 610 TAEYUa. Ot
VEVPMVEG Y10, TOVG OOI0OVG M AKTIVOL TOL JIKTVOV, €lval WIKPOTEPN amd TNV TN TOL
&yovv vmoloyicel, mpoosapuolovy Ta Papn TOvg, e TOV TPOTO oL €xel eEnynbel oto
2.2.4. Otav ohoxAnpmbBel o emoyn, HEW®VETAL M oKTiva kot o puOudg pabnong. H

dwadikacio. orokAnpavetor 0tav OAOKANPpwOel 0 apBpodg Twv enoydv mov divetatl and

TOV XPNoTN.

Ta anotedéopata emPePoimoay Tov HEYAAO ¥POVO EKTEAECT|G TOL OMOLTEITO YO TNV
OAOKANpON - ekmaidevon Tov aAyopiBpov, mov odNynoe oty avimtuén Tov

TApIAANALOL adyOpOpov.

Emunpdobeta, mpémel va onueiwdel 6tL 0 akydpiBuog avtds, ypnoyoromndnke kopimg
vy categorical dedopévo pe Tov TPOMO OV emeénynnke mo TAVO, OTOG Kol Yo
ypopkd dedopéva (linear data ), epyacia yw tnv omoia ntav vrevBuvog o Apiotog

Apiotodnpov.

3.4.4 Ilapaiinrog AryoprOpog yaptn avTo-0pydvmoNg

3.4.4.1 Ewoyoyn — Avantoén Hapdriiniov AlyopiOpov ydaptn avto-opydvmong

Y10 mhaiowo g emefepyaciag Tov dedouévav €xel avamtvuybel évag mapdAAniog
alyopBpog pabnong mov otpileton oto ceplakd adydpiBo mov Tpotabnke and Tov
Teuvo Kohonen onladn otov adydpiBpo Kohonen mov otnpiletar oe éva diodidotato
T éypa. O adydpiBuog avtdg Exet vAomombel pe facikd otdyo va pelmbet o ypdvog mov
ypedletar Yo TNV ekmaidevon evog xaptn avtd — opyavoons Kohonen. O klaooikog
alydpOpoc omemg €xel tpotabet amd tov Teuvo Kohonen [15] av kot ot duvotdtnteg mov
TPOCPEPEL EIVOL TEPAGTIEG Y10l TNV KOTNYOPLOTOINOT) OE00UEVAOV, EVTOVTOLS O YPOVOS TOV
amorteital yoo TNV €KUAONON TOL JIKTVOV ONOTEAEL UEIOVEKTNHO. ZVVOLAlovTog TIg
dVVATOTNTEG TTOV TPOCPEPEL M TAPAAANAN emelepyacio, o ¥pdvoc avTOC pmopel va

pewwbet , dnuovpydvtog Eva ypryopo Kot axpiPr akyopdpo katnyoploroinonc.
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Axolovbwg, apol avartuydnke o ahydpBuog pe tuyaio dedopéva, ypnoipomodnke
vy TV eloaymyn froroykov dedopévav. H 10éa ticwm amd v xpnomn tov xaptdv avtd-
opybvewong Kohonen yuo ta cvykekpipévo dedopéva givar n €Eng: €xovtag dedopéval
amd daeopa Atopa, Om®G £xel MO wpoavapepbel otV elGaymyn, dNAAON YEVETIKA
onueia g mepoyng HLA yio v acBévelo g xotd mAdko SkANpuvong, kot
yvopilovtag Mo ond mponyodueves Proloyikés €pevveg OTL TPOKVTTOVV TOAAOTAES
oA AemOpdoels GVoYETILONEVES He TNV KATE TAGKE GKANPLVOT HETAED TV YEVETIKMV
onpeiov oy mepoyn avtn, Ba yivel po TpoomdOelo KaTNyOPloToinomg TOV YEVETIKOV
oNUElOV avTdV, pe TNV eATida 6Tt Ba dnuiovpynBovv d1dpopeg opddeg ol omoieg Oa pog
dympicovv toug acbeveig e Toug vyleic. Av dvtwg o alyopldlog KT yoplomoinong
dnpovpynoet tov mpoovaPepBEy Slo®PIGHO, Kot dEOOUEVOL OTL O Ol YOAPTEG OVTO —
opybdvawone Kohonen katnyopromotodv, avoayvopiloviag kowvd yopokInploTikd Kot
OTNV TPOKEEVT] TEPITTMON, KOWA YEVETIKA onueion O yiver duvatny m gvpeon TV
KOOV OUTOV YEVETIKOV oNUEi®V Tov ToAD mhovov vo 0QeiAovTaL yio TNV Topovsio

g acBévelog avtg.

3.4.4.2 Mpoypappatiotiko eprpaiiov yro v avantoén Tov ALyopiOpov

Onwg éyel mpoavapepbei, petd and cvlnmon, tapbnke n andpacn o arydpBpoc va
avantuyfel oe éva mepiPdAlov mov VRAPYEL KATOW HOPEN KOWNG MvAUNG. Méow
UEAETNG TV S100Op®V S0BESIH®V HOVIEA®Y Y10 AVATTUEN TOPAAANA®Y £QOPUOYDV
oL eKTOVNONKE oV Oapyn ™S HEAETNG awTNg pe okomd Tnv afloAdynon Tovg,
amopaciotnke N xpnon tov POSIX threads 1 0nwg eivarl evpémg yvootd mg pthreads.

[19]

Ta pthreads amotedoOv €va mpoOTLIO TTOL divel TV dvvatdTnTa Ypnong threads. 'Eva
thread eivoar n Poaocwm povéda otnv omola 10 Asrtovpykd cHotnUa ekywpel xpovo
eneepyaciog. Mo epappoynq oamotedel amd mOAAL processes(diadikacies). 'Eva
process(otadikacio) amoterel ovolaoTikd €vo exteAéoipwo mpoypouua. Evo thread
UTOPEL VO EKTEAEGEL OTOLOONTOTE PEPOG TOL KMOTKA Lag otadikaciog Kot cuvifwg (ovv
67O YOPO UVNUNG TV dwdikactdv. Ta onueptvd Aettovpykd cuotipate vrootnpilovy

multi-threading divovtag v OvvaTOTNTO GTOVS TPOYPOUUOTIOTEG VO EKTEAOVV
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TPOYpPAUUOTO TOL ONUovVpyoLy TOAAG threads ta omoio extelobvtol ce O1APOPOVE

EMEEEPYAOTES 0ONYADVTOG GTNV OMovPYio TOPEAANA®Y EQOPLOYDOV.

O olyopBpoc €xel avamtuybel oV OVIIKEWLEVOOSTPAPT YAMGGO TPOYPOLUUATIGHOV
C++ ypnowonowwvrog wwaitepa v STL (Standard Template Library) mov mpoceépet
Tapa TOAAES SUVOTOTNTEG GTOVG TMPOYPOLUUOTIOTEG OT®S TNV ONovpyio. SLVOUIKOV

Twakov, o1eopmv aryopiuwov k. [18]

3.4.4.3 Avaykeg — Amortiieeig AlyopiOpov

O oaAlyopiBpoc mov €xet avomtvydel, €xel kdmolec omoutnoels, mepropiopovs. H
vAomoinon tov oiyopiBuov mpovmobétel v VmapEn oG kKowng puvaung (shared
memory) otnv unyovn otmv omoia Ba tpé€el  epapuoyn. Av kot clyovpo amotelel
TEPLOPICUO OGO aPopd TOV OAYOPONO, EVIOVTOIS e PAON TIC UNYOVES TOL VIPYOV
dwbéoweg, Otav maipvope v amd@acon ywo Tov aiydpiduo, kataAnCope oto
coumépacpo O6tL 1 pnyovn otnv omoio OBa tpéyape wor Oo eiyope To KoAvTEPO
arotedéopato ( 660 agopd Kuvpiwg TV mwPdSPacn 6€ AT ), NTOV UNYOV LE
OPYLITEKTOVIKY] KOWNG UVIUNG, OTOTE OMOPAGIGTNKE 1 EKUETAAAELOT] TNG SLVOTOTNTOG

OVTNG Y10 TNV TOPAY®YN TOV KOADTEP®V SVVUTOV OTOTEAECUATOV.

3.4.4.4 Ieprypaen AlyopiOpov — Aoyiko Avaypappoe Aryopifpov

O aiyopBuog €xet avamtuybei pe Pdon to povtéo Master Slave (SPMD), dénov ke
thread extelel Tov 1010 kDKo aAAG o€ drapopetikd dedopéva. H yevikn 10éa etvan 6Tt
10 kéOe thread avoroppdver évo pépog TOv TAEYHOTOC TOL YAPTH, OKOAOVOMG LE
ocvvepyosio PBpiokovv tov best matching vevpova kot avavedvovv to Bdpn TV

VELPOVOV TTOL avarapPdvet To kaOe thread.

Apyikd, Lowov, avaroya pe Tov aptdpd tov threads kot Tov 5106TACEMV TOL TAEYLOTOG
TOV YGpTN T omoia opilovtal amd Tov YPNoTN, Yivetar 1 avddeon TV vevpdvov Tov Ha
dwyxepiletar 1o kéOe thread. O vmoroywopds tov apBpod TV VELPOVOV TOL
avatifeton o€ KGO thread yiveron pe faon pe Tig dactdoelg Tov mAéypatos. H avébeon

yivetatl mavta pe T€T010 TPOTO £TGL MOTE VO Elval HOPACUEVOL Ol VELPOVES UE PEYOAN
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axpifela £étor wote va mapatnpeitoar wwoppornpévog eoptog (load) oe kabe thread. To
pEOVEKTUO TOov aAyopiBpov ed®d eivor 0Tt M avdBeon TV vevpdvev yivetan
OVCLOOTIKG OTOTIKG, omdte Ogv AapuPdvovtor vwoyn mhovd TPOPANUATE KOKNG
YPOVOSPOLOAOYNONG ATtO TO AELTOVPYIKO, TOOVIG SOPOPETIKOTNTOG TOV ENEEEPYUTTMOV

KOl YEVIKA TPOPANLATA TTOV TOPOVGIALOVTOL KOTA TNV EKTEAEGT TOV aAyopifuov.

21t ovvéyewn, oe KGOe thread diveton to 1010 dedopévo €160d0v, Kot ovarapuPavet yo
TOVG VEVPAOVEG TOVG OTOToVS dtayepileTol va VITOAOYIGEL TO VELPOVA UE T BApT TOV
Exovv TV gAdylotn omdoTaon amd To ddvucua 16600V, YPAPOVTOS TO OTOTEAECLO GE
éva Kowd mivako (kdBe 0éon tov mivaxa avriotoel oe éva thread). Axolovbwg Eva
thread avoiopfaver va Bpet pe Péon tig TYEG TOL VKA TOV VELPAOVE e TNV EAALOTN
anooTocn. Metd to By avtd eivor amapaitnTog 0 GLYYPOVIGUOS KOOMG OAN TPETEL VO
yphyouv v S1KN TOLG T OTO TIVOKo MOTE Vo VIoloyiotel o best matching

VELPOVOG,.

Me Béion 1o vevpdva mov anotehel Tov best matching unit, to kéOe thread avoropfaver
va aAAGEEL Ta BApT TOV VELPOVOV TV 0moimV dtoyelpiletal avaioyo Pe TV OTOGTOON
Tovg omd Tov best matching unit. AkoloVBwg, 6Aa Ta threads mpoywpodv 610 EMOUEVO
dtbvoopa €16600v, WGOTOL oAokANp®OEl N enoyn (emoyn otV vAomoinom mov &ytve
opiotnke €éva mépaocua omd To OedOUEVAL YOO VO UMV VTAPYEL TEPIMTOON TO
amoTeEAEoUATO — KOTryoplomoinon wov Oa yivel va elvar emmpeacpévn omd T TOGES
QOPEG TOPOVGLAGTNKE GTO VELPMOVIKO OIKTVO GLYKEKPIUEVO Oldvucpa €16000v). Otav
oAOKANpwOel po emoyr|, €govpe Vv peimon tov puOpol pabnong Ommg emiong Kot TG

aKTivag TOL SIKTVOV.

A@ob oAokAnpwBovv o1 emoyég mov €xel opicel o ypNoTG emavoAauPdveror o
aryopBpoc yo évo akdpa pkpd apBud emoymv pe otabepn axtiva 0.99 kot pvOud
néonong 0.01 étor dote 0 KABe vevpOVAG Vo TPOGUPUOCTEL aKOMO KOADTEPO GE KAOE
dtvocpa €16660v. To TPMTO GTASI0 6TOYO EYEL Vo KABOPIGTOVV Ol YEITOVIEC KOl TO
denTePO 6Tdd0 va Eekabapicovv kaAdTEPO O1 VeEvpmdVeG HEca oTIg Yertoviég. Kdamov

€00 teAeudvoLy Kot To threads oAokAnp@vouv Tic epyaciec Tovg.
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Télog ocav terevtaio otddlo, &rovpe €va teAevtoio mEpacpo omd To dedouéval
(ovolaoTikd axopo pio moyr]) OmMov €0( OOTNPOLVTAL TANPOPOPie OGO APOPA TO
TOL0G VELPMVOG aVTIOTOLKEL 0T0 KAOe Odvuopa €16600V (NAadT TOCEG POPES Evag
vevpmvag avtikatontpilel €va Sidvuoua €16000V), OnwMc emiong Kot €EEOIKEVUEVEG
TANPOPOPIEG 0G0 OPOPE TA GLYKEKPIUEVO PLOAOYIKA OESOUEVO TTOV ¥PNGLOTOMONKAY,
OGS Yo TOPAOELY L TOL0 OLOVOGHOTO EIGOO0V OVTIGTOLXOVV GE 0oBevelc Ko og vYLES,

GUYKEKPLEVT] KOOKOTOINGT TV OE00UEVMV KTA.
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Kohonen Result

140

120

= 100

~- 80

= - 60

Ewova 3.6 Anotédleopa Extéheonc AhyopiOuov

3.4.4.5 Emioy-Awarordynon Hapapérpov Awktvov Iapaiiniov Akyopidpov

[Ipwv yivet n mapovciocn TV OMOTEAEGUATOV TOL oAyopibBupov, mpémel va.
dwkaohoynBodv ot d1dpopeg emAOYEG OV £ywvav OGO APOPA TS TOPUUETPOVS TOV
dwtvov. H emhoyn tov tapapétpov mailet moAd kaboptotikd poAo oty anddoon evog
owtHov OmAadn Tov Pabud KaTNYOpPlomoinong mov EMTUYAIVEL GTNV TPOKEUEVN

TEPIMTOO.
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3.4.4.5.1 PvOpog MaOnong

Q¢ puBude padnong éxet emreyel n tun 0.1. Onwg éyel mpoavapepOel, n T vt
kaBopilel 10 péyebog TV oAAaydv mov yivovtal ota Papn. Zver®G HEYOAN TR
apyKd cvvendyetal peydrec adlhayég ota Bapn. Opme moAd peydheg TIHEG GUVERAYETAL
TOVTOYPOVA PLEYAADTEPOS YPOVOG GUYKALONG TOL dkTvov. Ontdte €yl emheyBel pa péom
emioyn pe Pdon eumepikés dokyés. Metd omd O1dpopeg OOKIWES HE TOAAES
JlpopeTikég  TWES, €xel  mopatnpnbel Ottt KOAVTEpO  AmOTEAEoUOTO -

KOTNYOPlomoinon mapatnpeitot 6ty o apykog puduog pddnong sivon 0.1.

H mo ndve 8éon emPePardveror ko amd v Pploypagia [15] mo cvykekppéva amd
tov T. Kohonen otov omoio aviket 1 10éa twv yopdv avtd-opydvoons. Onwg avagépet
ovykeKpLéva, 1 emhoyn givar kabapd sumelpikr. Oco agopd v cuvaptnon peimong
tov puOuod pddnong, av kar o T. Kohonen mpoteivel o cvuvaptnon vy Bértiom
ueiwomn, evrodtolg avaeépel 0Tl T amoterécpoto dev eival oiyovpa kot cuviBmg

TOPOTNPOVVTIOL IKAVOTOMTIKG OMOTEAEGUATO OTOV Ypnoytomondel o cuvdptnon g
A

nopong a(t) = ) N omoia £Y€l EPUPUOCTEL KATA TNV AVATTLEN TOL aAyopifloL OTTMG
+

€xel mpoavapepOel oto kepdiao 3.
3.4.4.5.2 Axtivo AiktHov

Mo v emioyn ™¢ apylkng TWNG ¢ axtivog emAEyETal 1N T TOL HIG0D TNG
SapéTpov Tov diktvov. e mapdoetypa Eva 50x50 mAéyua, n apykn oktiva Bo givor
25. H emhoyn €ywve pe 6100 ota apytkd Prpata tov akyopiBpov va égovpe apkeTods
VEVPMVEG GTIC YELTOVIEG ONUOVPYADVTOG LEYOAES YEITOVIEG £TGL MGTE VO OUAOOTOLOVVTOL
mopopolo otoryeion og yeITovikoHg vevpaves. Oco mo pikpn eivar n apyikn yYETovid ot
aAAayég mov Ba yivovtal akolovbme, Ba eivar tomikég oe onueio mov Bo dnovpynbovv
KOPUATIL EVTEADG aveEdpTnTa OV Ogv gival aviikatontpilovy otV mAsoYNeio TV
TEPMTOCE®V TO. KOWA YOPOKINPIOTIKA 0a@ovy cvviBmg vmdpyovv dedopéva mov
OVIKOVV G€ TEPLGGOTEPEG OO i opades. Avtd ta dedopéva Ba Katnyoplomombovv e
plo amd 116 opddes ywpic vo pmopet va drakpiBel n oxéomn ToUg pe TIG AAAEC OUAOEG.

Omnote apywd, opiletar peydAn yertovid €161 dGTE 01 AAAAYEG VO YiVOUV 6Ye0OV G OAO
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TO ¥APTN Ko o1ydt o1yd vo Bpebovv ta dedopéva e TNV HeYOADTEPT OXECT| LELDVOVTOG

otofepd Vv yerrovid. [15]

Mo v emAoyn ™C ovvapnong Helwong g YeETovids, Omwg TPOTEivETOL OTNV
BipAoypaeia, n kdbe vAomoinon pmopel va ypNCLOTOLEL d1POPETIKN cvvaptnon. H
mo evpémg oOadedopevn ovvaptnon amoterelt mn Gaussian function Onwg €xet
npoavoeepfel oto kepdAoto 3, yU avtd €xer emAeyel ko ywo TV ovémtvEn tov

alyopifuov .

3.4.4.5.3 ApwOpog Enoyov

Oco agopd T0v 0plBud TtV emoxdv, av kol ouvnBwg oe AAAEC EQOPULOYEG TTOL
ypnoworomonkay xapteg avtd-opydvmong, 1 €TA0YN yivetal pe kaboapd eumelpikod
pomo, Yo mio axpin omoteléopota Kor Yoo emiPefoimon OTL yivetalr ocmo
Katnyopromoinon — clustering kot aAlayn tov Bapav, &xet xpnopworomOet n HeTpIk

aAlayng Bapdv mov Tapovctaleton 6to 3.6.2.

To amoteAéopatTo TOL TOPOVGIALOVTOL GTO ETOUEVO KEPAAOLO OIKOMOAOYOLV TANPMG

v emroyn Tov 1000 eroymv kKot Bo eEnynBovv 6o kePdAaio TG cvlfTnong

3.4.4.5.4 Avuotdosig AtktOov

H emioyn tov dwotdcewv tov OktHov, OM®MG Kot 6€ OAEG TIC E€QOPUOYEC OV
YAPNOILOTOLOVV YAPTEG AVTO — OpYAVMOOTG, YiveTal EUmelpkd. AvoTuXdS dev VILAPYOVY
TPOTOL Vo AVAKOADYEL KATOWOG TIS PEATIOTEG OOGTAGELS YOPIG VO OOKIUACEL TOAAEG
exteléoelc. Eivar éva amd 1o coPapdtepa petovektiuoato tov oaAyopiBpov, kabmg
yperleTon apkeTdc YpOVoG Kot TOAAES OOKIUES Yo va KaTtaAnEel Kamolog oty BEATIOT

KOl GOGTOTEPT KATNYOPLOTOinoT.

Y10 mAaiolo TG GLYKEKPIUEVNG UEAETNG £YOLV OOKIUAOTEL SPOP®V €MV HeYEOOVS
mAéypata (N viomoinon €ywve pe v vrdBeon Ot o MAEYU gival opBoydvio). 5x5,
10x10, 20x20, 50x50, 100x100. Méca oand Tig doKEG ovTEG, Tapatnpnnke OtTL TaL

KOAOTEPO, amoTeAEGHOTO TTPONABaY Kupiwg amd TNV KATNYoplomoinon oto TAEYHQ
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50x50 kot 20x20 kabng Nrav eviehdg Eexdbapa ta aroteAéopata. O AOYog emAOYNG
peyblwv mieypdtov  nNtov ot avalnmbnke 6co 1o  duvard  peyaAdrtepn
ave&opTNTONOiNon TOV VELPOV®V, £TCL MOOTE VO «EEPUYEL O OAYOPOUOC amd TO
EMMEDO TOV YEITOVIOV KOL VO KOTNYOPLOTOMGEL TO. OEOOUEVO €1GO00V CE EMIMEDO
VEVPOVOV, OOTE KABE vevpOVag v YIVEL VTUTPOCMTOC GLYKEKPIUEVOV VEVPOVM®V.
Yxomog Nrav va Ppebovv ta dropo pe tov peyardtepo Padud opordtntag YU avtod

TPOTIUNONKE 1 TPOGEYYIGT QWTH ONANON 1) ETAOYT HEYAAMV TAEYUATOV.

3.4.4.5.5 AvGvoopa €16660v

Ta dwvoouato €66dov opifovior amd tov ypnotn avdioyo pe v oplOud tov
dedopévev mov vmdpyovv ot apyeio €woddov. Emedn m epappoyn ompiletor o€
Blodoyikd dedopéva kol 1 Kowdikomoinon mov €ywve kot otnpileton ota alleles, givan
dvadikn (binary) ta dedopéva €16000v amoterovvtot amd 0 ko 1 avaioyo pe ta €ion

tov alleles. ATAd o yprionc mpénet va opicel 1o péyebog Tmv SovusHaT®V.

Ievikotepa, oe OAeC TIC dOKIUEG, TOV Eyvav ypnooromonkay 3 dtapopeTikd chHvora
dedopévav (datasets). To 1° anotedeito amd pdévo acbeveic, to 2° amd pdévo un acbeveic
KoL T0 Tpito cuvdvacHOS Tov 1% kat Tov 2°°. To KOO YaPUKTNPIGTIKO TOVG NTAV 1) TIUY
¢ emiotaong mov NTav 45 (N T g eniotaong emAéynke wg 45 Kabmg To avticTor o
p-value fjrav 107, kGt TOV oNpOivel oTATICTIG oNpLAVTIKY TANPoYopia). Emmpdceta
€xel doKIaoTeL KOl TOo OlKTVO OTOL «®@UEY dedopéva (raw data) onAadr| dedouéva mov
dev €tuyav kdamowng emeepyasiag 1 Ogv mopovstalovy Kamowo ko wotnta. Ta
amoteAéopaTo mov Bo TAPOLGLUGTOVV MO KAT® Oo amoTeAobVTAL KLPIOG amd Ta
anotedéopota tov 1% cuvdrov dedopévou kat kKotd devtepo Adyo amd Tov 3°°, kabmg

NTAV TO ATOTEAECUOTO LLE TNV TTLO GNLLOVTIKT TANPOQOpia.

3.4.4.6 Behtwotomromosig Mapaiiniov AlhyopiOpov

Méoa ota mlaicio ovamtuEng tov aiyopiBuov, £ywvav TOAAEC mpoomibelec Yo
BeAtiotonoinon g Swdikaciog pdOnone. Av ko €ytve mpoomdfelor pHeAETNG Ko

BipAoypapIKnG EMOKOTNONG, OEV TposkLYE onotadnmote Porbeia. ‘Etot, mpoondOnoe n

opdoa va gtdoel oe pepkéc Peltiotonomoelg pe Paon Kabapd £16MNYNGES TOV HEADY
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™mG. Ymevbuvog yioo o TUpo avtd NTav 0 KOPLog Apiotog ApioTodnLov, GTOV OToio

aviKovv € Peyario Babpod ot 1éeg PerTioTonoOmGE®V.

Towg M mo onuavtiky PeAtictonoinon, amotedel 0 TPOHTOAOYICUOG TOV AMOGTACEWDV
petaly tov KOUPwv tov dtktvov. Ornwg €xel mpoavagepbel, dtav Ppebei o BMU,
vroroyiloviat ot amoctdoels tov Kabe vevpmva and tov BMU. Avtéc or amootdoelg
dev ypewaleton va vmoroyilovtar oe Kabe Prpa, kétt mov kootilel mhpo TOAD otV
OLVOMKT €midoon tov aAyopiBuov. H mpdtn PEATIOTOMOINGN GLVETMG 0POPOVCE TOV
TPOVTOAOYIGUO TOV OTOGTAGE®V HETOED TOV VELPOVAOV KOl amobnkevon Tovg o€

TIVOKESG, KATL TOV PEATIOVEL TAPO TTOAD TNV EMIO0CT] TOL GUGTILLOTOG.

H debtepn Pertiotomoinon agopd otov TpOTO TOL Yivovtal ot 4o cuyypovicuol. Avti
va yivovtar 000 Eexmpiotol cuyypoviopol, £xel avamtuyfel Evog pkpdg KMOKAG TOV
GUVEVAVEL TOVG 0V0 GLYYPOVIGLOVS KOl TOV DITOAOYICUO Tov yevikov BMU, kdtt mov
odnyel oe onuovtikn PeATioTonoinomn tov 6Tadiov TOL GLYYPOVIGHOV KAOMG avti va
exteeital 600 Popég 0 1010¢ alyOplOIOC GLYYPOVIGLOV, ekTeAEital pio Kot petald Tov

KOOKO avTov, vToAoyileTon ko o yevikog BMU.

3.4.4.7 Xpiion Kvprog Mviung otov llapaiinio AlyoprOpo

‘Evog and tovg Bacikovg otdyovg Tov mapdAiniov akyopibuov ftav n peiwon 66o 1o
dvvaTd TG UVNUNG ov ypeldleton yuo vo ekteleotel. Medetdvtag Tov ahyopBpo Tov
XOPTAOV VTO — 0pYEvVMOONS, TO TPMTO TPAYHO TOL UTOPEl var avTIAnEOel Kdmotog etvat
TIG LEYOAES OMOITNOELS TOV GE UV — LOVTIEAOTOINOT) VELPAOV®V KOl TV BapdV TOVG,
amofnkevorn dedouévov €16600v, double precision mpaelg ko amodnkevorn double

apfuov - . I'a ™MV 6ot Kot amodoTIKN EKTEAECT] TOV aAYOPIOUOL, OEV UTOPOVV VO,

amo@evyel | évrovn yprion ™G LVNUNG.

H oxéyn mov éywve €dm, Nrav a@ov povielomombnkov to categorical dedopéva pe
SVLAOIKN OVOTOPACTOCT, VO, YIVEL EKHETAAAELON TOV YEYOVOTOS OVTOV, OPOV TO HOVO
nmov amoteito elvar M ovamapdotoon tev dgdopévav binary. '’ avtd tov ckomd
ypnowonomdnke n kAdon bitset [18] mov elvar mhpo TOAD ypHon Yoo TETOLES

TEPUTTAOGELC.
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O aiyopBpog Ba cuykpBel pe tov adydpBpo mov €xel avantvgel o KOPLOg ApLoTog
Aplotodnpov pe TG PEATIOTOTOMGEL Yo TS Omoieg MTav VEEVBLVOC, Ol omoieg
amoutohV apPKETN XPNON NG KOPLG UVIUNG Yo, E0YMYT] CUUTEPACUATOV OGO OPOPdL

TNV amodoTIKN YPNOM TNG.

Inpovtiky dtapopd, emmALov ekTOG amd TV xpnon bits, anoterel kol T0 dOPIGUOG
tov mAEypatog oto threads, kabBdg m dvadikn viomoinorm opilel tovg KOUPOLS TOL
TAEypatog va gival kowvdg (shared ) oe 6la ta threads, evd otnv ypouutkn vAomoinon
to k&0O¢e thread €yel oto private address space tov Tovg KOUPOVS Yo TOLG OTOioVG Eivon

vrevvvo.

3.5 Meraeneepyooio

3.5.1 Ileprypagi Awdikaciog — Bnudtov oto otdoro Metaemelepyaoiog

Q¢ pépog g petd emeepyonsiog TV AmOTEAEGUATOV NTAV APYIKA, GOV TPMOTO Pripo, N
OMovpyia TV S18PoPmV YPUPIKOV TOPUSTAGEDY KOl EIKOVOV LE TNV (P1OT S1pOpOV
EPAPUOYDV Kot GuYKeEKPEVA TV epapuoy®v Gnuplot kot SPSS. Ewdwd yo v yprion
g epappoyng Gnuplot, €xel ypaptel apkeTdOG KOdKAG e TNV HOPEN Script, 0 omoiog
avolapupaver va mopdel Ta O1Qopa OmOTEAECUOTO TTOV  TapdyOnkav amd Tov

alyopiOpo.

To dgbtepo PNua oto ©TAOW0 AVTO, OTOTEAOVGE 1 GLYYMVEVLOT TOV JPOPOV
OLLPOPETIKMY TUNS TTOL EYIVOAV. LVYKEKPIUEVA, Y10 VO EIVAL GUVET TO ATOTEAECUATO,
KoL VoL oro@evy 0oV 0moladmoTe TV ATOTEAEGLATA, 0POV GTOV AAYOP1OLO TOV £XEL
avantuyBel vapyet po Toyodtnto (randomness) otV apykn avddeon twv Papdv ToL
KAOe vELPOVA Kol GUVETMS, 0OTO10GONTTOTE Bo UTopovGE Vo 1IGYVPLIGTEL OTL e €vol LOVO
run tov aAyopifuov, ta anoteAéopata o NTav Tvyaio. Onodte, amopaciotnke va TpéEet
0 aAyopOpoc apywa 10 popég kot otnv cvvéyen 50 Kot cav petaeneéepyacio, amd TG
dapopeg opades mov £yovv avakaivedel og ke run, va Bpebovv ot opddeg mov £xovv

TOAD PEYAAN opoldTNnTa G€ OAM TOL runs.
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3.5.2 AkyoprOpog Evpeong Kowvav Opddmv — Clusters

Onwg &xel mpoavapepbel, To de0TEPO GTASI0 GTO Pro oLTO aPopovoE TNV avATTLEN
€vOG oAyopiBpov vy MV cLYYOVELSOT TOV OMOTEAEGUATOV TV do@dpwv runs. [To
GUYKEKPIUEVA, OTOYOG TOL OaAyopiBpov avtov NTav vo dfdaler Oheg TIG opadeg —
clusters mov omuovpyel 10 KABe run kot vo Ppiokel 6TV CLVEXEWL TOGES (QPOPES
enpaviCeton n k@b opdda oe kdbe run avdioya pe Eva T0c0oTd opoldTNTaG OV Opilet

0 YPNOTNG OO TTPLV.

O alyopBuog avtdg axorlovbel o oyetikd amAn pebodoroyio. Apyikd peietd kdbe
ouada pe Oreg Tic GAdec. Av Ppiloker opowdnta pe kémowr omd TS GAAEC,
amoOnkevovtal to. ototyelo TG opddag VTG, ALEAVETOL £vag UETPNTHG O OmOiog
YPNOWOTOLEITOL Y10 TNV ATOONKELON TOV POPDOV TOL TAPUTNPNONKE 1 CLYKEKPIUEVN
oudoo kol m OevTeEPN opdda m omoio £xel Ppebel va eivon Opowo pe TV TPOTH
Sy pAPETAL, 0POV OEV VIAPYEL TEPITTOOT VAL AVIKEL GE KATTOWOL GAAN PETEMELTO. AVTN 1

dwdkacio cvveyiletar yioo OAeg T1g opddeg mov €yxovv dwPactel. Ta amoteréopata

epeavifovron o€ va apyeio pe v popen mov eaivetol oty ekéva 6.3

B clusters_cases_controls.dat - WordPad

Fle Edit View Insert Format Help
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Ewoéva 3.7 Anotéhespo Tov adyopiBpov gvpeong Kovmv opdowy - clusters
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3.6 Tpomor Loykprong ko AStoroynong ArhyopiOpov

Mo mv a&ordynon tov aiyopibuov, Ba ypnoomomBodv S1dpopeg HETPIKES OTMG M
EMTAYVVOT TOV YPNOLUOTOIEITOL Yo TNV AEOAGYNON TOV TAPAAANAIGHOD, Ol ¥pdVOoL
oloKAMpwong tov oaAyopiBuov kol 10 TOG00TO oeAAuatoc. [Ma v amoeuyn
OTOLOONTTOTE GPUAUATOV GTIS UETPNGELS KOL Y10 GUVETELN TOV OTOTEAEGHATMV, £XOVV
napBel O1Gpopec LeTPNOELS TNV KABE PETPIKN KOt TOPOLGLALOVTOL Ol HEGES TLLES TV

AMOTELECUATOV.

3.6.1 Emtayvven (Speed Up)

H emtéyvvon, o1t0 mapdAinio vmoAoywopod, opilel 1o mOGO yYpNnyopdTEPOS €ivar o
TopdAANAOG OAYOpIOUOC o oxéomn e TOV aviioTolo oelplokd. Me amAid Aoy,
KkaBopilel To mOCcO emekTAoLOG ivan €vag alyopiBuog (scalability), availoyo pe tov
apOud tov eneepyact®dv mov VIapyovy dwbécipua o po unyovn. Etval, iomg n o

dradedopéEVN HETPIKT 65O apopd TOV TAPAAANAO VTTOAOYICUO.

H emadyovon €&xer vmohoyiotel pe Pdon Ttov opiopud g emrdyvvong omAodn

Xpovos Zewiakod  AdyopiGuov

Emmwyvvon = .
Xpovos Tlapaliniov  AdyopiBuov

3.6.2 Alhayn Bapov (Weight Adjustment)

H petpkn avtn, petpd t1g aAdayég mov yivovtal oto fapn oAOKANpov Tov diktvov. ITo
oLYKEKPLEVA, Yoo kKaBe dravucpa elc6o0v abpoilovtatl ot adiayés ota Papn tov ke
vevpaOVa Kot 0KOA0VOmG OA®V TV VELPOV®OV. XT0 TEAOG KéOe emoyNg to dBpoicua avtd
dlopeitan pe Tov aptipd TV VELPOV®Y TOV SIKTVOL divovTag pio HETpNoT — EVOEEn Yo

™V aAhayn| Tov opav.
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3.6.3 Loaipa Kpavriopov

To cpdAipa kBavtiopot (quantization error ) eivor o petpikn mov kabopilel tov fadbuod
pébnong mov mopatnpeitor oe Eva yaptn awtd — opydvewons. Eivar évag tpdmog, pe
amAd AOY1a vor eEAEYEEL KATO10G av TO O1KTLO OV £)El OMpoVPYNoEL pobaivel pEow g
dwdkaciog pdnong. [21] Eivor gvpéomc dSwdedopévn petpkn (ypnoonoleital to
odipa KBavtiopod cuvNHmG Kot GE LEPIKES TEPITTAGELS TO TOTOYPAPIKO GPAALLN) Kot
ovolaoTikd  a&oroyel v mowdtNTo TG pabnonc. O opiopdg TOv  GEAAUOTOC

KkBavticpov opiletar wg e&ng:

Quantization _Error = %i”x(l) - W (1)”
i=1

Omov x givat to didvuopa 10660V, T0 W TO aVTioTOrYo dtdvucspa Twv Bapdv tov BMU
kot To N 10 péyefog Tv d10vuGHATOVY X Kol W. ZUVETMG TO COAALN 0vTO VIToAoYileTon
Yoo KéOe Odvuopa €66d0v. X’ avtd 10 onueio mpémer vo ovaeepbel 011 oV
Biproypapia pia emoyn Bempeiton n mwapovsioon evog dedopévov oto diktvo. [15] Na
TOV GUYKEKPIUEVO aAYOpIBpo, po emoyn Bewpeitan Eva mépaoua and OAa to dedopéva
kabmg, ov viobeteito m  wpoavoeepbeica TPOGEYYIGN TO  OMOTEAEGUA  TNG
Katnyopomoinong Oa nNrov mpokateAnupévo (bias) g mpog ta dedopévo mTOv
TapovstalovTol o GLYVA 6To dikTvo KaBMG N emAoyn Ba yvdtav Toyaio amd To input
space. Emeidn, otoéyoc NTov 1 Katnyoplomoinon OAwv TV Oedouévav, ¢ €mOoxN
opiotnke éva mépacpa omd OAo to dedopéva. I’ avtd yuo TOV LTOAOYICUO TOV

cQAaApaTog KPavTioov, vroAoyiletal pe pio pkpr| otpopd.
1 & 1Y
Quantization _Error = — Z —z ||x(i) — Wanu (i)”
M= NS

Onov M o0 ap1Buog twv d10vocpdTmv 16000V, XVVETMOGC, 1 dtopopd eival 6Tt abpoiletal
10 6@dApa KBavticpov i Kabe ddvuopa 16600V Kot oto TéA0g Kébe emoyMg, TO

dOBpotopa drapeitar pe Tov oplipd TOV SIVUGHATOV ELGOJO0V.
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Kepalaro 4

Amoteréopata

4.1 Anotehéopata [poeneiepyaciog

4.1.1 duktpdpiopo Asdopévov

4.1.2 Anoteréopata Avaduod [TpoTumov yia yevetikd dedopuévo — cupmieon

4.2 Anoteréopata [apdAiniov AAyopiBuov
4.2.1 AnoteAéopata pe ddpopa threads
4.2.2 Anoteréopata Tpiov Xvykekpiuévov ExteAéoemv
4.2.2.1 Katnyopromoinon Extéleong 50x50 mAéypatog
4.2.2.1.1 Anoteréopota AcBevov
4.2.2.1.2 Anotedéopata Yyidv
4.2.2.1.3 Anoteréopata Xvvovacpov AcBevov - Mn AcBevav
4.2.2.2 Katnyoproroinon Extéleonc 20x20 mAéypatog
4.2.2.2.1 Anoteréopota AcBevov
4.2.2.2.2 Anoteléopata Yyidv
4.2.2.2.3 Anotedéopata Xuvovacpov AcBevov - Mn AcBevav
4.2.2.3 Katnyoproroinon Extéleonc 10x10 mAéypartog
4.2.2.3.1 Anoteléopata AcBevov
4.2.2.3.2 Anotedéopata Yyidv
4.2.2.3.3 Anoteréopata Xuvovacpov AcBevov - Mn AcBevav
4.2.3 Awcaioroynon Iopapétpomv
4.2.3.1 ApOpog Enoyav
4.2.4 Xpnon Koprog Mviung otov Iapdriinio AiydpiBpuo

4.3 Metaeneepyacia

4.3.1 Anoteléopota twv opddmv — clusters ko Xvvéneia Alyopifuov

4.3.1.1 Amoteréopata Katnyopromoinong 50x50
4.3.1.1.1 Anotelécpoata AcBevov
4.3.1.1.2 Anoteléopata Yyidv
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4.3.1.2 Anmoteréopata Katnyoplomoinong 20x20 92

4.3.1.2.1 Anoteréopota AcBevov 93
4.3.1.2.2 Anotedéopata Yyidv 93
4.3.1.2.3 Anoteréopata Xvuvovacpov AcBevov - Mn AcBevav 94
4.3.1.3 Anoteréopata Katnyopromoinong 10x10 95
4.3.1.3.1 Anotehéopota AcBevov 96
4.3.1.3.2 Anoteréopata Yyiov 96
4.3.1.3.3 Anotedéopato Zuvovacpov AcBevav - Mn AcBevov 97

4.4 Tpoémor Zoykpiong ko A&lohdynong AlyopiOumv 98
4.4.1 Anoteréopota Zearpatoc KBavtiopot (Quantization Error) 98

4.1 Anoteréopara Ilpoeneepyaoiog

4.1.1 Ouitpapropo Aedopévemv

Méow tov @Ultpopicpatog Kot ocvlptnong mov £ywve oTo WEAN NG OWAdAG,
amo@aciotnke va ypnotponombovv ta tpio eitpapiopata mov apopovsov SNPs e
eniotaon 45. To amotéleopa Kot OTIG 3 TEPMTAOGELS, NTAV VO ypnoipnonombovy 84
SNPs (168 alleles). Oco agopd tovg acbeveic, petd 10 PIATPApIGHA, dnpovpyndnkKe
éva, apyeio pe 972 aoBeveic ko péyebog 340KB kar yioo Toug vyelg, 881 dropa pe
309KB avtictoya. Téhog To apyelo mov mepieiye kat T 0V OPAdES, TEPLElE GLVOAKA

1853 dropa kot péyebog 650KB.

4.1.2 Anoteréopata Avadikov Ilpdtvmov Yo yeveTIKG dgd0puéva — ovpmieon

Onwg &xer mpoavapepbei, o alydpBpog coumieong petdvel onuavikd to péyebog mov
amorteitor Yoo amofnkevon TV yevetikov oedopévav. O mivakag 4.1 mapéyet
AEMTOUEPELES Y10L TOL AOYOV TOL 0ANBEC. Apyeia Pdong dedopEVOY GUVOAIKOD peyEBoug
3.62 GB petatpémovion oe €va uovo apyeio g tafemg tov 496MB. Zuvvenmg,

napotnpeital 61t 0 TpoTEVOUEVOS aAYOPIOLOG va pewdvel Ttepimov 8 popég To péyebog
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apyeiov pe pedigree format. Av kot o akydopiBupoc tov PLINK, peiwver mepimov 16
Qopéc to péyebog TV apyelmv, eviovTolg TOAAEG ONUAVTIKEG TANpOoPopieg ybvovtal
omwg &yel e&nyndel mo mhvo.

TABLE 1v
COMPARISON OF FILE FORMATS

QTDR Merlin Proposed Protocol Plink ‘s protocol
Information Loss for bi-allelic markers
strand location of
heterozygote alleles

Used as None Aa,aA
Reference Missing one of the
two alleles
AO0, 0A, a0,0a
Added Information capability
. . Alleles deleted
tri or quad allelic .
from a specific None
markers
strand
Size*
Pedigree File .bed file : 229.6
3.6 GB MB
Map File One binary file fam file : 30 KB
12.6 MB 496 MB

.bim file : 14.1 MB

Total: 3.612 GB Total : 243.7 MB

[Tivaxoag 4.1 AroteAéoparta Tov aryopifuov couricong tapbév amd to [17]

4.2 Anoteréopata Mapaiiniov AlyopiOpov

4.2.1 Anoteréopata pe ord@opa threads

Onwg éyel mpoovapepbel, o and tig Pacwkég artieg v va mapbel n amdeaocn va
avantuydel o mapaAAniog alyoplBpog ekpudonong xaptdv avtd-opydvecns omoTeAOVoE
0 VITEPPOMKOC YPOVOG OV YPEWLOTAV O GEPLOKOG AAYOPIOLOG Y10 VO OAOKANPDOGEL TNV
EKTEAEOT TOV. XUVVENMMG, TPEMEL VO, TOPOVCIACTOVV  OMOTEAECUOTO OGO apopd
emtdyvvon (speedup) yia va e€gtaotel katd m6Go AEe 1 vAoToinom Kot avamTuEN TOv
aiyopiBpov oavtod. H ewodva 4.1 amewovilel toug ¥pdvovg mOv YPELACTNKE O
alyopOpog oe cuvaptnon pe tov apBpd tov threads mov ypnoipwonombnkay ce ke

ekTéLeon Tov aAdyopiBupov. Zvykekpipuéva £xovv yivel TOAEG SOKIUES XPNOILOTOIDOVTOG
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1 — 16 threads (dev NTav dvvatd vo ypnoipomoinbodv mepiocdtepa threads kabmg M
pnyovn 1 omoia NTav dtbéciun yuo Tic exteAéoels ypnoonotel 8 enelepyactés, apod
T0 KOGTOG Omd TNV evoldayn Tov threads og éva enelepyaoti av o apBudg Tov threads
glval peydiog elval peydio mpokailmdviag cofopn kabvotépnon 610 GLVOAIKO ¥pdvo

™G EQUPUOYNG) Ko paivetol EeKabapa OTL 0 ¥pOVOG LEIDMVETAL 0O TAL.

[Mopdpown amoteléopata mapovowalel kot m  emrdyvvon (speedup) mn  omoia
napovctaletal oy eikova 4.2, Zuykekpiéva, 1 ova avTn, Tapovctdlel otov dEova
Y v emtdyvvon kot otov aova X tov aplBudv tov threads. H emtdyvvon €xet
vroAoylotel pe Paon tov oplopd g emtdyvvone. Ta amotedéopata sivar avaroyo pe
T0 omoteAéopota TG ewovog 4.1 kabodg mapatnpeitor coPapn emitdyvvon Yo
dpopovg Adyovg mov Ba eENynbovv Mo KAT® OAAG Kol TO QULVOUEVE VO LEUDVETOL
otadtokd (Ba e&nynbel ko avt N attia oto EndUEVO KEPAAL0), av Ko emBopio NTov N
ypopukn emtdyvvor. Opwg o tpdmog pe Tov omoio epueavileton n emtayvvon givol o
OVOUEVOUEVOS AOY® TOV 1O10UTEPOTNTMOV TOV TAPOVGLALEL O AAYOPIOLOG, 1O10UTEPOTITES

mov Ba avapepBohv 610 EMOUEVO KEPAAOLO.

Time Results

800

700 +

600 -

500 -

400 A

Time

300 -

200 A

*
>

100 | .

0 T T T T T T T T
0 2 4 6 8 10 12 14 16 18

Threads

Ewova 4.1 Xpovot mov ypetdioTnKoV GUYKEKPIUEVES EKTEAEGELS TOV OAYOPLOLLOL.
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Speedup

8.00

7.00 A

6.00 -

5.00 A

4.00 -

Speedup

3.00 A

2.00 1

1.00 4

0-00 T T T T T T T T
0 2 4 6 8 10 12 14 16 18

Threads

Ewoéva 4.2 Emtdyovvon oe cvykpion pe 0169popeg EKTEAEGELS.

4.2.2 Anoteréopata Tprov Loykekpipévov Extedéocmv

O aAyopBuog ektedéotnke mAPO TOAAEG QOPEC UE TO OMOTEAECUOTO VO, €Ivol TOAD
TOPOLOLN GE OAEG GYEOOV TIC EKTEAEGELS, KATL TOV amodekvietal oto 4.3.1 pécw tov
alyopiBpov ocvvénelog mov €xet avamntuyBel. 't © avtd to Adyo Ba mapovGlaGTOVY TO
OTOTEAECLATO OO TPELS CLYKEKPIUEVEG EKTEAEGEIS MG OVTITPOCMOTEVTIKES Yo OAESG TIG
EKTEAEGELC, aPOV Oev €ivarl OLVOTOV VO TOPOVCIACTOVYV OAO TO OTOTEAEGUATO TOV

alyopiBpov amd OAeg TIG EKTELETELS.

Ta aroteAéopata mov Ba Tapovciactovy ota Tufuate 4.2.2.1, 4.2.2.2 ko 4.2.2.3 Ha
aQOPOVV TPELS EKTEAECELS KATA TIG omoieg ypnopomomdnkay mAéyuata 50 x 50, 20 x
20, 10 x 10 pe apBuo emoyadv ekmaidevong 1000, pe apywd pvOud pddnong 0,1 won
axtiva 25, 10 ko 5 avtictoyo ypnowonowwvtag 4 threads. Ot Adyotr emAoyng twv
TopapéTpOV  avtdv  Egovv  eEnynbel mo mlveo. Oco agopd T dedopéva,
ypnoworombnkav ta 3 apyeio wov mopdyOnkav oto otddo TG mpoenelepyaciog

(acBeveic, vyielc Kot GLVIVAGHOS TOVG)
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Oco agopd tov Tpoémo e Tov omoio dnpovpyeital n opadomoinot, 0tov ekmodevtet to
dikTvo, 0 ahydpiBpog mTepvad akdpo pia @opd amd OAa ta dedopéva glcddov. Ma kdbe
oldvuopa 16660V, 0 akydpBuoc PBpiokel to BMU, kot avabétel 6tov vevpova avtd 1o
SAVLOUO IGO0V AVEAVOVTOS TAVTOYXPOVE Ve LETPNTH TToL dtotnpel Tov aplBud Tov
OedOUEVOV OV  «KTOMMGOV» G€ €va GLYKEKPLUEVO vevpova. To oamoteAéopota
e€ayovtar og apyeio o omoiot PEGM SCripts HETATPEMOVIOL GE YPOUPIKES TOPACTAGELS

péom tov gpyaieiov gnuplot.

Xy ewova 4.4, mopovctdleTol 1 KoTnyoplonoinon mov eadyetot omd tov aryoplfuo o
ASCII popon. Eivor ta dedopéva mov ypnoipomolovvtar yoo v eEaymyn tov
ATMEIKOVIGEDV TOV SIKTVOV 7oV Tapovstaloviol mo kdtw. Kabe tiun avamoapiotd Eva
veupmva (1 TN ovVaToploTd ToV HETPNTH) Kot dtoywpilovior peta&d toug pe tab. Adyw

oV peYEB0LE TOL TAEYHOTOG SEV TV OLVOTO VO TAPOVGLACTOVY OAM TO SEGOUEVAL.
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D0 0Ok 00000k 000000000000 RPo00onokR ol okl ookl o
(ST T e B T S T S e T e O Y S e Y S e O e T O e O T e O Y e O Y S e T S Y S Y O e Y e T I T B
D OO0 00k O 0000000 0Ww000R000R00000R0o0NG0NO
D000 Ok OoOFP o000 rOoRE o O000 000000 okRoRo0Rro00o0
[ T O e Y T e s T e O Y O B T e T e O T Y e e O T e O Y e T T e T S T S e T T T e L S e I Y ]
[ e T R e e = T Y E R e Y S e O Y e T e T O T e O e O T e Y P e O T e Y B e T S T e I T B
D0 0Ok 0000k 0000000000000 000R0000R0o000000R0
(ST T e e B Ty B T e O O Y S e O O T e O e T Y T e Y Y e O e O Y e Y S e O e Y G R E s e I e I O ]
DO 0D 00 D00 00000000 0P 0050000000500
[ I T e e Y B e s T e O Y O O e O T T e = T S T e e O Y Y e O T e Y B e Y S e B T S T B
OHFOODO0OO0DOFPOPOODRPODOFPOODO0ODONDODONODODRPORPORODODOREOO0OO
Do 0Ok OO0k O o0 0000 R000kRE 000000000 R000kR e ol
DO P00 000000k 000R000R 000000 okR 000k o o000
(ST T e R T e Y S e O Y e T Y T e T e O Y e O e Y T e O T e O e T L Y e S Y S T OV I Y T e N T S T B
DO R0 0000000000 ods0 R o 00000000 00N0OD0o
D000 00 0P 00k 00000000 000RPRPEOo0oRE00Ro0000R 0RO

Ewova 4.4 TTopaderypo EE0d0ov Katnyopromomong [TAéypartog (clustering ASCII.dat)
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2mv ewova 4.5, mapovclaleTal 1) KOTYoplonoinoT TV atOU®Y 6ToV KAOE VEupmva e
v mpdcbetn mAnpoopia Tov daympiopod oe acbeveig (cases) Kot vyieig (controls). H
popon| (format) to omoio axoiovBeitar oto apyeio avtd amotereitanr and 4 YpoUUES GE
KOs vevpaova. H mpdtn ypapun avoarapiotd tovg ocikteg (indexes) tov kdbe vevpova
oto mAéypa. o mapaderypa [1][2] avarapiotd tov vevpmva 1 , 2 oto mAéypo. Xtnv
EMOUEV YPOUUN TEPEXOVTAL Ol OeiKTEG TV acBevdV (cases) Tov «KTOMNGOV» GTOV
vevpmva ovtd pe PBdon v 0éom tovg oto apyeio .ped mov Sivetar otV €icodo.
Avrtioctoya, avomapiot®vtol ot vyielg (controls) omnv enduevn ypapun. H tedevtaio
YPOUUY TEPLEYEL TOL ATOLO GTOL OTOT0L OEV LI PYE TANPOPOpPin 6TO apyeio 16600V KATA
1660 NTav acOeveic 1 Oxt. Me Ao Aoy, 0 @avOTLTTOG TOVG NTAV GYVMOOTOG KATA THV
oLALOYY] TV dedopévmv. Agv NTav duvatd va 600ovv Ola Ta dedopéva oty ikova 4.5,

AOY® TOL pEYEBOLG TOL TAEYLLOTOG GTO TTAPAOELYLLOL.

655
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23 5 63 100 125 148 143 181 185 208 332 370 375 378 4186 418 434

Ewova 4.5 [apdostypo EE6d0v Katnyopronomong ITAEypartog

(clusteringCases_ControlsIndex.dat)
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Téhog, oV gkdva 4.6 Tapovcslaletal T0 OMOTEAEG O TOV Pap®OV OADV TOV VELPOVOV.
To apyeio mov mapdyston ¥pNoLOTOIEiTOL OC £I6000C GE SCript Y10 TNV TOPAYDYN TOV
eKoévov mov mapovctdlovy ta Papn vevpovev kot Oa mapovciactovv mo kdtw. H
popen| (format) mov axorovBeitar opileton g e€ng: apykd opilovtar ot deikTeG TOL
opifouv OV VELPOVOA, Om®G YPNOLOTOLEITOL Kol 61O
clusteringCases_ControlsIndex.dat apyeio. AkorloOOwg otTig emdueveg ypappes (LEypt

oV €mOuEVO deiktn) avaypdeovtotr to. Bapn tov kdbe vevpova (kabe ypouun éva

Bapog).

|
I
I
(%]
o
I
11
|
|
i
84}

[NE]

il

CO SR SR
oo WO

[ Rt Y

[

Ewova 4.6 Avanapdotaon Bapov [TAEypatog 50x50 (weights.dat)
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4.2.2.1 Katnyopromoinon Extéleong S0x50 mriéypartog

Yto tpuqpato 4.2.2.1.1, 4.2.2.1.2 kon 4.2.2.1.3 mapovcstdloviol To omoTeAEGLOTA TOV
alyopiBuov oe éva 50 x 50 mAéypa. Kébe tetpdymvo avamapiotd éva vevpmva. To
YPOUO TOV KAOE VELPDOVA, OVATOPIOTAE TOV HETPNTY. MEo®m NG AvamapAcTACTG VTG
elvar mToAd gdKoro va g&ayBovv daeopa cuUTEPAGUATO OGO 0POPE TO TOlES OUAOES
dNpovpyoLVTaL, OTMG ETIONG GLUTEPAGLLOTO Y10l TO OOl VEVPAOVES YPTCLULOTOM ONKaY
TEPLOCOTEPO KOl AVOUEVETAL VO £XOVV onuavTikn Broroywkn aia, pe Bdon v Bewpia
otV omoio otnpileTon n HEAETN avTr], dNAAOT GTNV EVPECT] KOWVAV YOPOUKTNPIGTIKAOV

OTOL YEVETIKA O£O0UEVA SLOPOP®V ATOUMV.

Emumiéov oe ka0e TpuMpo, mopovstdlovtal Kol ol avamopaoTdcels Tov Papdv KATolmy
oLYKEKPIEVOV vevpodvav. H emloyn tov vevpodvav yu avamapdotacn tov foapdv
TOVG dev TV TVYOiN KAOMG 01 vELPOVES 0WTOl TOPOoLGLALovY TNV peyolvTEPN Kivnon,
KdtL mov omnuaiver OTL M yevetkn  axolovbio TV atdop®V Tov amekovilovv
TOPOLGLALEL LEYGAT OLOIOTNTO. ZVVETMG, TPETMEL VAL TOPATNPEITOL CUAVTIKT Blodloyikn
onpacio ota Bépn tov vevpdVE AVTOD, TOL AVTIKATOTTPILOVY OLGLAGTIKA TO KOV
YOPAKTNPIOTIKA TOV atOp®V avtdv. Onwg &xel NoN mpoavapepbel, tar dedopéva TOL
ntav owbéoipa, mpoépyovror amd tnv yevetrikn mepoy] HLA mov eivor dwitepa
TOAOTAOKN Kot €ivar olyovpo OTL €vBvvetar yuoo mOAAEG aoBéveleg oAAd dev €xel
Eexabapioel molo yovidlw M TUUHOTO TNG TEPLOYNS QLTS €vBhvovTon Yoo v kdOe
acBéveln. Zuvenmc o T€toto cuoyEtion pmopet va fondnocet mépa woAd Y avtd Kot

ameucovifovtot EEYMPIOTA Ol VELPMVEG AVTOL.

[T ovykekpyéva, otig gikoveg avtég otov acova X Bplokovtarl ot deikteg TV Popadv
(Tt m Ty 20 avrwkatontpilel o 20 Bapog) kol ovclacTikd amotelovv ta alleles (omdTe
avd dVO AVTIGTOLYOVV GE VO GNUELNKO VOUKAEOTIOKO TOALUOPPIGHUE) Kal 6TOV AEova
Y ot avtictolyeg TWES TV Bapdv. To onpavtikd givar 6Tt Tapatnpovviol povo tipég 0
N 1 kb1t mov onuaivel 0Tt o1 TWES avTéEG PpioKovTal 6TV KOOIKOTOMUEVT LOPeT] OADV

TOV OTOLMV TOV OVOTOPIOTOVTIOL OO TOLG CLYKEKPILEVOLS VEVPADVEG.
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4.2.2.1.1 Anoteréopata AcBevav
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Kohonen Result

Ewova 4.7 Aneicovion Katnyopromomong 50x50 AcBevav
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Weights for a specific node

© R 3 8 2 8 R 3

Ewoéva 4.8 Avanapdotaon Bapaov Nevpova [40] [49] TTAEypatog S0x50 — AcBeveig
4.2.2.1.2 Anoteréopata YYiQv

Ymv ewéva 4.9, mapovotdletor o apBpdc TOV ATOUMV TOL OVIITPOCOTEVEL O KAOE
vevpovag. Ot apBpol avamapiotovior pe Pdon to ypoupa. Agv Bo mapovoaotel n
amekovion Popdv cuyKeKPUEVOL KOUPOL KkaBMG dev €YEl TOPOVLCIACTEL KATOL0G
vevpavog mov  vo  Eexyopilel. Tevikd mopammpeitor  poe mOAD  cLYKEYLUET
Katnyoplomoinon Kabwg €xovv ypnoiomombel oxeddv OAOL OL VEVPAOVEG GE LUKPO
Babud, kdatt mov odnyel o610 ocvumépacpo 0Tl gite 0gv LRAPYOLV TOAD UEYOAES
opotdtnTeg petalld twv un acbevav, gite 61t elvar moAd peyddo 1o mAEYMHO Yo TO

GLYKEKPILEVO GUVOAO OEOOUEVMV.
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Kohonen Result

Ewéva 4.9 Aneikdvion Kartnyoproromong 50x50 Yyeiov

4.2.2.1.3 Anoteréopato Xovovacpuov Aclevov - Mn AcOsvov

Yy ewova 4.10, mapovoraletor 0 aptBpdg TOV ATOU®V TOV OVTITPOCOTEVEL O KAOE
vevpovag. Ot apBuol avarapiotovtol pe Paon 1o ypopa. H mo onuoviikn opdda
nmapotnpeital oto vevpwva [22][25] mov avtimpocsmnevetl S0 dropa. o To Adyo avtd,
avamoplotdvor oty ewova 4.11, ta Pdpn TOoL VELPOVA AVLTOV. oV TPATN
nmapotpnon, eniPefardvel n ewova 4.10 ta amroteAéouaTo TOV TAPOLGSIALOVTOL GTNV
ewova 4.7 kaBng moapovoialovror mepimov ol id1eg OUddES, He KATO TEPLGGOTEPOL

dropa, dtopa to omoia gival Kupimg un acbeveic, kar Egovv opadomomBel pali pe Tig
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opdoeg twv acbevdv mov mapovoidomnkov oty ewova 4.7. Agv mapornpovviol

KaBOAoV YEITOVIEG, KATL TO 0moio NTav 6TOY0C, OnmS £xel mpoavapephel. EmmAéov ta

Bapn emPePordvovy TV OpOOTNTO TOV OTOUOV TOL OVIWTPOCOTEVOVIOL OO TO

GUYKEKPIUEVO VELPDVAL.

Kohonen Result

i g o
. -
|

30

o =]
o —

Ewova 4.10 Anecdévion Kamnyoproromong 50x50 AcOevov — Mn acBevav

75



0.8

0.6

0.4

0.2
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120

g
Ewova 4.11 Avanapdotaon Bapov Nevpaova [22] [25] [TAéypatog 50x50 — AcBeveic

Ko Yyteic
4.2.2.2 Katnyopromoinon Extéleong 20x20 miéypatog
Yto tunquoto 4.2.2.2.1, 4.2.2.2.2, 42.2.2.3 mapovctdloviol To OTOTEAECUOTO TOL
alyopiBuov oe éva 20 x 20 mAéypo. Oa mopovclootel M Kotnyoplomoinon Ommg
TPOKVTTEL GE EIKOVIKY] LOPPY|, OTMG EMIGNS Kol TAL fAPT TOV TO CHUAVTIKOV VEVPOVOV.
Ta omoteAéopoto  mOL  WPOKVATOVV  givol  WOPOUOL  HE  TIG  OVTIGTOLYES
Katnyoplomomoelg 6to S0x50 ALy,
4.2.2.2.1 Anoteréopato AcOevav
O vevpovag [4][11] €xer Wwitepn onpaocia, kabng aviumpocwnedel 41 acbeveic.

Yuvenms, eivorl 1010iTEPO ONUOVTIKO VO OTEIKOVIGTOVV TO. BApN TOV GLYKEKPUEVOL

76

160 |




VEVPAOVO £TGL MOTE VO TPOKLYOLV O1popa cuumepdcpota kot va Bpebodv ta Kowvd
YOPOKTNPIOTIKE ovTdv TV 41 acBevav. Avtd mov mpénetl va mapatnpnbel elvar o
KpY epedvion kdmolwv yerroviov oe avtifeon pe to 50x50 mAéypa, O6mov n
KOTNYOPLOTOINo™M NTaV GE EMIMESO VELPDOVAOV KOl O)1 YELTOVIOV, TOV NTAV KAl O PYLKOG
oTOY0C NG MEAETNG aVTNG, €E00 Ko 0 aAyOplOUog GLVERELNG OvomTOYONKE pE TV
VOBeon TV aveEAPTNTOV VELPOVAOV. TNV AMEKOVION TOV Bap®dV TapoTnpovvIoL
povo 0 ko 1 Tipeg kKdtt mov onpaivel 0Tt Yo o GUYKEKPLUEVO ATOLO TOV OVOTAPLEGTO O

OGULYKEKPLUEVOS VELPADOVOS VIINPYE TOAD LEYAAN OLOLOTNTA.

Kohonen Result

HE E B E B E E E E E E E E E N E H E H H 15
HE B B B B E B E E HE E HE B E B B B B H H 20
HE E B E E E E E HE E E E E E E E HE E H H

HE B B E B E B E HE B HE E E B E B B HE EH H 35
HE E B E E E E E E E E E E E HE E HE HE H H

HE B B B BE B B E B HE HE B B B HE B H N | 30
HE E B E E E E E E E E E E E HE E B HE H H 25
HE B B B B B B E E E E HE B B B B B B H H

E E E E E E E E E HE E E E E E E B E H H 20
HE B B B BE B B E §E E HE B B HE B H N = = 15
HE E E E E E E E E HE E E E E HE E B E H H

HE B B B BE B B E E E E HE B E E B B HE H B 10
HE E E E B E E HE E HE E E E E E HE B HE H H 5
HE B B B B B E B E E HE HE B E B B B B H H

HE E B E E B E E E E E E E E E N HE E H H 0
HE B B B B E E B B HE E HE B E B B B B H H

HE E B E E E E E E HE E E E E EE H H |

HE B B B BE B E B B HE E HE B HE B B B B B H

HE E E E B E E E HE E E E E E E E B HE H H

HE B B B E §E B B HE HE HE HE B E B B HE H H

Ewéva 4.12 Anewcovion Katnyopromomong 20x20 AcBevav
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Weights for a specific node
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Ewoéva 4.13 Avarapdotaon Bapdv Nevpova [4] [11] [TAéyparog 20x20 — AcBeveig

4.2.2.2.2 Anoteréopata Yyi®dv

2mv ewkova 4.14, tapovoidletar o aplOudg TOV ATOU®V TOL AVTITPOCSHOTEVEL O KAOE
vevpmvag. Ot apiBuol avamapiotdvior pe Baon to ypopa. Asgv Bo mapovsloctel N
amEKOVIoN Popdv GUYKEKPIUEVOD KOUPOL KOOMG dev €xEl TAPOLGLUCTEL KATO10G
vevpavog mov va Eexwpilet. Tlapatnpeitor Eviovo 0 @OIVOUEVO TOV YEITOVI®OV, GAAL
dgv dlvouv diaitepn mAnpogopio kabmg o kdbe VELPOVOS OVATOPIOTA TOAD HKPO
apOpd atopmv (L€yiotog 15) kot yevikodtepa ta dropa £xovv duckopmiotel 6€ OAO TO

TAEY O, KATL TTOV Ogiyvel dev VILAPYEL LEYAAN opoldTnTa HETAED TV U aclevay.
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Kohonen Result
16

14

12

10

[ |
H § E E R B R E NN BB EHER B
os]

Ewova 4.14 Anewcovion Katnyoproromong 20x20 Yyiov

4.2.2.2.3 Anoteréopata Xovovacpov Aclevov - Mn Aclevov

2myv ewkova 4.15, tapovoidletor o aplfudg TOV ATOU®V TOL AVTITPOGHOTEVEL O KAOE
vevpmvag. Ot apBpol avamopiotdvtor pe Pdon 1o ypopo. H mo onuoviikn opdda
napatnpeital oto vevpova [0][11] mov avimmpocwnevel 56 dropa. ['a 1o Adyo avtd,
avamoplet@vtal oty eova 4.16, ta Bapn Tov vevpodva avtov. Kot 6e avth ewova
apyiovv va drapaivovtar ot YeltoviEg, £vOelgn Tov 0Tt apyilel o alyopBpog va Eepevyet
amd TNV TPOGEYYION TOL EVIEAMG aveapTnTov vevpmva kol mpoomabel va

KOTNYOPLOTOOEL O1IVOVTOG TEPIOCOTEPT ELPACT| GTIG YEITOVIES.
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Kohonen Result
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Ewova 4.15 Anekdvion Kamnyopromomong 20x20 — AcBeveic kat Yyteic

Weights for a specific node
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Ewéva 4.16 Avarapdaoctaon Bapov Nevpova [4] [11] 20x20 — AcBeveig kan Yyieig
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4.2.2.3 Katnyopromoinon Extéleong 10x10 miéypatog

2115 akolovbeg e1KOVES, TapovstaleTal TO0 anoTtéAespa Tov aAyopiBuov og éva 10 x 10

TAEYHO. O TOPOLGLOGTEL 1| KOTIYOPLOTOiNoT OTMG TPOKVTTEL GE EKOVIKT] LOPOT].

Ta amoteléopato OV TPOKVITOVYV €0 OLLPEPOVY GE GCULYKPION UE TIG OAAES

KOTNYOPLOTOGELS Kol aVTO 0QeIAeTOL GTO OTL €V LIKPOTEPO TO TAEYLLOL.

4.2.2.3.1 Anoteréopoto AcOevav

2myv ewkova 4.17, tapovoidletar o apldudg TOV ATOU®V TOL AVTITPOCSHOTEVEL O KAOE
vevpmvag. Ot apiBpol avamopiotdvtor pe Pdon 1o ypopo. H mo onuoviikn opdda
nmapatnpeitar oto vevpmva [0][2] mov aviummpocwnevel 64 dropa. ' t0 Adyo avtd,
avamoploTdvTol oty gwkova 4.18, ta fapn tov vevpava avtov. H onuovtiky dtapopd
LLE TIG TPONYOVEVES AVATOPACTAGELS BopdV, EYKELTAL GTO OTL TAPOLGLALOVTOL KOl TYEG
mov dgv etvan ovte 0 ovte 1, KATL TOL GLUVETAYETAL OTL AOY® NG Helmong Tov TAEYUATOG
Kémowo dtopa mov katnyoplomotovvtal poli, ota cvykekpipuéva SNPs dev mapovsialav
Olot T1g 1d1eg TYES, KATL TOL OV cLveERAyeTOl TANPNG opotdtnTa. EmmAéov éxovv v
EVTOVN EUPAVIOT YETOVIDV, QOvVOUEVO Tov o@eihetanr kKuplwg 610 OTL pKpaivel To

TAEYHa Kol EEQEVYOVUE OO TNV TPOGEYYIGT TOL AVESAPTNTOL VELPDOVA.

Kohonen Result

= = = = = = = = = 70
= = = = = = = = = 60
= = = = = = = = = = o S0
L 1 40
= = = = = = = =
4 30
= = = = = = = = = =
20
= = = = = = = = = =
10
= = = = = = = = = =
0
= = = = = = = =
= = = = = = = =
= = = = = = = =

Ewova 4.17 Anewcdvion Katnyopromomong 10x10 AcBevov
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Weights for a specific node
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Ewoéva 4.18 Avarapdotaon Bapov Nevpava [0] [2] 10x10 — AcBeveic

4.2.2.3.2 Anoteréopata YYiQv

Yy ewova 4.19, mapovcraletor o aptBpdg TOV ATOU®V TOV OVTITPOCOTEVEL O KAOE
vevpavoc. Ot apiBuol avaropiotdvtor pe Pdon 1o ypopa. H mo onuovtiky opdado
napotnpeitar oto vevpwva [5][3] mov avtmpocwnevel 64 dropa. o T0 Adyo avtd,
avamapletdvtol otnv gikova 4.20, ta faprn Tov vevpodva avtod. To 1010 eatvopevo Tov
TOPOVCIACTNKE OTo PAPN TOL CNUAVTIKOTEPOL VELPAOVO OTO OTOTEAECUOTO TV
acBevov TopovcstdleTon Kol 6Tovg pUn acbevelg, dSNAaON TG ELPAVIONS TYLMOV TOV JEV
etvar ovte 0 obte 1 oAAd kdmov evoldueso. EmmAéov €govv kol 10 QOVOUEVO TMV

YETOVIDV, TOL TapoTNPNONKE Kot 6TOVG acbeveic.
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Kohonen Result
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Ewova 4.19 Anewkdvion Katnyopromomong 10x10 AcBevaov

Weights for a specific node
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Ewova 4.20 Avarnapdotoon Bapov Nevpaova [5] [3] 10x10 — Yyeig

83

140

160



4.2.2.3.3 Anoteréopata Xovovacpov Aclevov - Mn Aclevov

2mv ewova 4.21, tapovotdletor o aplfuds TOV OTOU®V TOL AVTITPOGHOTEVEL O KAOE
vevpavos. Ot apiBuol avarapiotovtor pe Bdon 1o ypopa. H mo onuovtiky] opdda
nmopatnpeitol oto vevpova [8][5] mov avimpocwnevel 64 dropa. I'ia T0 Adyo avtd,
avamopLeTOVTOL 6TV €1KOva 4.22, ta Bapr Tov vevpmva avtod. To 1010 gatvopevo mTov
TOPOVCLACTNKE OTA PPN TOL ONUOVIIKOTEPOL VELPAOVO, OTO. OTOTEAEGULOTO TOV
acBevav kat un aclevav TapovstdleTal Kot 6Toug Un acbeveis, dniad e epeaviong
TH®OV Tov dgv givanr ovte 0 ovte 1 oAl kdmov evolduecsa. Emmiéov €xovv kot to
QOIVOLEVO TOV YEITOVIMY, TOL TopotnNpNOnke kol otovg acbevelg ko un acbeveic.
levikdtepo To amoteAéopoto €d® amotelobv €va piypo tov d00 TPONYOUUEVOV

OTOTEAEOUATOV HE TNV VOO OUAd®MV TOL TPOEKLYOV OTLG OVO TPONYOVUEVES

TEPUTTAOGELC.
Kohonen Result
|| || || || || || || || 100
a0
[ | [ | [ | [ | [ | | | [ | [ | [ | | |
80
|| || || || || || || | | || - 70
- - 60
| | [ | | | [ | | | [ | [ | [ | [ |
— - 50
|| | | || || || || || || || || == 40
30
|| | | || || || || || ||
20
[ | [ | [ | [ | [ | [ | [ | | | [ | 10
0
|| || || || || || || || ||
| | [ | [ | | | [ | [ | [ | | |
|| || || || || || || ||

Ewova 4.21 Anewcoévion Katnyoproromong 10x10 AcBevav - Yyidv
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Weights for a specific node
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Ewoéva 4.20 Avarapdotoon Bapdv Nevpova [8] [5] 10x10 AcBevov - Yyidv

4.2.3 Awkarordynon Hoapapétpov

4.2.3.1 AprOpoc Eroycv

Ta amoteléopata aArayng Papmv mapovcidlovtal otny ewova 4.21 mov aneucovilel Tig
TIWEG aVTEG oTIS d1dpopes emoyéc, pe péyioto aplud eroywv tig 1000. O d&ovag X
avtikotonTpilel Tov aplfud Tov emoymv kot o dEovag Y v péon aAlayn Papdv mov
nopatnpodviol 610 diktvo. O TpdTOC VIOAOYIGHOD TOV TIHMV AVTOV £xel NON £ENynOel

670 Ke@aAao 3.6.2 kon 3.4.4.5.3
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WEIGHT 1250
ADJUSTMENT
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1150 -
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Ewova 4.21 Weight Adjustment amd cuykekpipévo run tov aAiyopidpov.

4.2.4 Xpnon Kvprog Mvijung otov llapdrinio AryéprOpo

2115 ewoveg 4.22 kot 4.23 mapovctdlovtal To AmOTEAEGLOTO TTOV TPOEKLYOV KATO TNV
eKTéLEON TOV 600 TAPAAANA®Y adlyopiOumy SLOdIKNG LOPPNG Kot YPoIKNG pe 20x20
kot 50x50 mAéypa. O d&ovag X ovamapiotd T EKTEAECELS OV €ytvav pe Pdon Tov
aplBud tov threads ce kabe extéleon kot o dovag Y to péyebog g pviung mov
ypeotnke por cvykekpiuévn ektéleon oe KB. Mg dompo ypopo avomapiot®viot ot
EKTEAEGEIC TOL  OLOOIKOV TOPAAANAOL aAyOplOuoL &evd pE TPACIVO PO

AVOTOPLGTAOVTOL Ol OVTICTOYEG EKTEAEGELG TOV YPOUUKOD TopEAANAOL ahydpiOLov.
o mv ovlioyn tov omotelecudtov, Ypnolwomomdnke m €VIOA| pmap TV

Unix/Linux, n omoia pe Pdaon tov povadwkd process id, vroroyiler to péyebog g

LUV NG TTOL YPNCLUOTOEL 1] GUYKEKPIUEVT] SLOOIKOGTOL.
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Ta anoteAéopata Tpdekvyav pe Bdon to apyeio Tov acbevav pe eniotaon 45 (uéyebog
340KB)

d Einvsrny Faraili

Results of Main Memory Usage in 20x20 G rid B Lir=srFar

=i Al o i
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Threads

Ewova 4.22 Zoykpion Xpnong Kopiag Mvrung Avadikov kot I'pappcod AlyopiBpov

oe 20x20 ITAéypa
O Einsns Farsiisel Al i i
Results of Main Memory Usage in 50x50 G rid B L inea Fariiel Agiartm
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Threads

Ewova 4.23 Zoykpion Xpnong Kopag Mvrung Avadikov kot I'pappcod AlyopiBpov
oe 50x50 ITAéypa
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4.3 Meroeneepyaoia

4.3.1 Anoteléopata TOV opddmv — clusters kot Xovénera AlyopiOpov

Onwc éxer mpoavaeepBel oto kepdiono 3, avamtdydnke €voag odyopiOuoc yo v
emPefaioon g ovvémelag Tov aAyoplBpov, o omoiog Ppiokel TG OpAdEG OV
napovcldloviot o cuyvd. Ba TapPovVclaGTOVY amoteAésaTo ond acbevelg, vylelg kot
ouvovaouoy acBevadv kol pn acBevdv amd TIG TPELS KOTNYOPIEG TAEYUATOV OV

TOPOVGIAGTIKAV TTLO TOVE.

O aryopBpog cuvénelag mapovctdlel TOGo cLyVE epEaviCovTol GUYKEKPUEVEG OUAOES
— clusters oe klmoleg exteAéoelc tov TopdAAniov aAyopiBuov. Ot éEodol TovL
alyopiBpov cvvénelog mapovsialovror oty gwova 4.24 ko 4.25. Ty ewkéva 4.24
doun mov akoAovbeital givor 1 akdAoLON: otV TPOTN TN opiletarl Eva pLovadtkod
YOPOKTNPOTIKO Yo TNV KaOe opdda. H enduevn otAn mapovsialel tov apud tov
QopmV mov epaviCetor N KaBe opdda. Ot emdueves 600 oTHAEG TTEPLEXOLV TOV OPOUO
TOV EAIYIOTOV Kol HEYIOTOV OTOU®MV avtioToyo mov Ppédnkav va GUUUETEYOVLV GTIC
duapopeg ektedéaels. Téhog, n televtaio oA VTOAOYILEL TNV TLTTIKY] ATOKAIGN HETAED
TV 000 mpoavapepfeicav Tudv. H eikdva 4.25 amotelel cuvéyela g eikovag 4.24.

OvclooTikd delyvel ol GTO GUUUETEXOLV GE KAOE Opada.

Clusters_ID HNumbers TIdentified Min Subjects Max Subliects Standard Deviation

1 R
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G B 0 R G R GO G gy D (0 b D L) oy

o

dd ok ke

DO0000D0000DO000D000D00D000D000D0000000n
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L LY S P LS T i TV T s N 1 Y O O O T T T N T s (O | BT SOV (S T R
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Ewova 4.24 TTapaderypa EE600v Amotedéopatmv AdyopiBuov Zvvéneiag
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Ewéva 4.25 Toapdoetypa EEGdov Anoteréopatov AdyopiBuov Zuvéneiog

4.3.1.1 Anoteréopota Katnyopromoinong S0x50

2116 e1kOveg 4.26, 4.27, 4.28 mapovctdlovtol 01 OHAdES TOV TOPOLGIAGTNKAY TO GLYVA
otg ekteréoelg mov €ywvav oe 50x50 mAéypa. tov dfova X, mapovcsialovtal ot
povadikég Tiég mov yoapaxktnpilovv kabe opdda. Me pmhe ypopo ameikoviCovtal o
aplOuog TV Pop®V TOL TaPoLGLAlovTal, e KOKKIVO 0 EAAYIGTOC aplfog aTOU®Y TOV
TOPOTNPOVVIOL OTNV avtiotoyn ouddo Kou HE Kitpwvo o péytotog apBuods. Ta
woToypaupata avtikatontpilovy tov aplud tov eopmdv mov epgavicmkav ce 10
EKTEAEGELC, TOV ELAYIOTO Kol HEYIGTO aplOUd TOV OTOU®V TOV TOPOVCIACTNKAY GE KAOE
opdoa avtioctoya. To T0c0oTd opotdTNTAG OpicTNnKe 610 95% 610 MAEYHA VTO KABDG
AOY® TOL peydAov apBpov kopPmv, onuovpyndnke peydAn oveEaptnoio petald twv
VELPAOVMV KOl ETGL OVOUEVETOL OTL TOL ATOLO TTOV OVIKOVV GE KOO0 VEVPOVO TPETEL VL

potaCovv mhpa ToAD.
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4.3.1.1.1 Anoteréopata AcOevav

Zmv ewova 4.26, mapovcidlovtal o amoTeAESHaTH TOV acfevdv oto TALypa 50x50.
To mpmto mov mpémer vo onuewbel elvar OTL O OHAdES TOL TAPATNPOVVTAL,
epeaviovion o OAeg TG €KTEAEOELS KATL TTOL VTOOEIKVVEL 1 UTAE OTHAN.
[Mopatmpodvior emmAéov, KAmoleg onUavTIKES opddeg Onwe 1 opdda 138 mov mepiéyet
41 dropa kot TapovstaleTorl oxeddV o OAEG TIG LETEMELTO EKTEAETELS (LE TEPLOTOTEPQL
dropa) kot ot opddeg 327 ko 599 pe 22 ko 21 dropa avtictoryo. Avtég ot opddeg,
eaivetor va mapovcstdlovv wiaitepn aflo kot mpénel va peretnBodv Eeympiotd To
ATOUO TTOV TIG ITOTEAOVV KOl Ol VEDPOVES TOV TOVG OVTITPOCMTELOVY Y1 TNV e€aymYN

TOV OLOLOTHTMV TOVG KO TEPALTEP® OLVAALGT TOVG.

O Numbers_Identified
Most Impontant Clusters - Cases B Min_Subjects
O Max_Subjects

45

35 1

30

25
20

15

I

T
~ O O W W W
AN~ NO MO
O ML A

118
137
243
326
380
397
480
512
548
552

Ewova 4.26 Avanapdotaon Ouddwv Acbsvav mov tapovstdlovtal o cuyva 50x50

4.3.1.1.2 Anoteréopoto Yyumv

e avtifeon pe toug acbeveic, Ta amoteAécpato TV U 0chevov, mov Topovstdlovtal
omv ewova 4.27, dev givar KaBohov evBappuvtikd, KaOBDC, av Kol Ol OHAdES TTOV
TOPATNPOVVTOL EUPOVICOVTOL GXEOOV GE OAEC TIG EKTEAEGELS, €VTOLTOLS €ivol TOAD
HIKPEG oL opddes avtég (N HEYIOTN opada mepteyxel LOAS 9 dtopa). AmOTEAEGUO TO

omoio dev pmopel va ypnoworomBel ywo e€aymyn coumepacpudtov kot odnyel oto
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GULUTEPACHO. OTL GTOVG UN acBevelg dev vITdpyel KATL TOV Vo €ivar WaiTepa KOO o€

KOOl ATopLOL.

Most Important Clusters - Controls

12

@ Numbers_Identified

B Min_Subjects
0O Max_Subjects

10 1
8,
6,
4,
B dRYBYRIYY
§ NN(’)gLD Clu

139 ‘E

133

574

© o
= ~
sters ID

169
174 |
186

189 |

&
=

206

N
N

261

277
329
426 |
439 |
502

515 |

535

Ewéva 4.27 Avorapdaotaon Ouddmv Yyidv mov mapovsidlovior o cvyva 50x50

4.3.1.1.3 Anoteréopoto Xvvovoopov Aclevav - Mn AcOevav

ZNUOVTIKG OTOTEAECUATO TOPOTNPOVVIOL GTOV GUVOVLAGUO TV 0acbevdv Kol un

acevadv. ATOTEAEGUATO TO OTTOI0L GUUMITTOVY AP TOAD HE TOVG ACHEVELS, KATL TTOL

00Nnyel 610 CLUTEPAGHA OTL TAL ATOTEAECUATO AVTE OPEIAOVTAL KVPIWG GTIC GLGYETIOELG

HETOED TV aoHEVMOV, GUUTEPUGLO TTOAD CNUAVTIKO. XVYKEKPIUEVA TOPATNPOVVTOL Ol

1dteg opddeg mov TAPATNPOVVIOL KOl GTOVG 0GOeVEIS, e TV dlPopd OTL TEPLEYOVTOL

Kol KOOl EMMAEOV ATOHO GE GUYKPION HE TIG OUAOEG OV TOPAUTNPNONKAV GTOVG

acBeveic, Onwg Yo mapdderypa ot opdoeg 365 ko 0, ol omoieg elvar avtictoryeg 138 kot

327 tov acBevov. Xvvemwg 1mn  ewova 4.28 oamotelel

o emPefoaioon TV

ATOTEAECUATMV TOV TAPOLGLACTNKAY 6TV €kOVa 4.26 Kot emiPefardvovy v vapén

ONUOVTIKNG OHOOTNTOG OVALEGH GTOVG acbeveic.
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0 Numbers_ldentified
Most Important Clusters-Case/Control @ Min_Subjects
0 Max_Subjects
60
50
40 H
30 4
20
10 4 |
0’ T T T T T T T T T T T T T T T T
DO~ MO ANN~NEO O OO MUDLOAO OANTOOON~NL OMNLOOO vded O0OMAN MM~
(e} < M A NO MO O MM~ O N M LI A MO0 MO T AT ~NEOMMNSNEOO I O
o™ (o] OO O - o Mmoo IO M < W0 W ~— N < I~ O MM < W0~ 00
Clusters ID

Ewova 4.28 Avanapdotocn Opddmv Achevov - Yyldv mov tapovstdloviot To cuyva

50x50

4.3.1.2 Anoteréopota Katnyopromoinong 20x20

2116 ekoveg 4.29, 4.30, 4.31 mapovoidlovtor o1 OpAdES TOV TOPOLGIAGTNKAY TO GLYVA
oTg ekteréoelg mov €ywvav oe mAEypa 50x50. Ztov dfova X, mapovcialovtal ot
povadikég Tiég mov yapaxktnpilovv kabe opdda. Me pmhe ypopo ameikoviCovtal o
aplOuog TV Pop®V TOL TaPoLGLAlovTal, HE KOKKIVO 0 EAAYIOTOC aplfog ATOU®Y TOV
TOPOTNPOVVIOL OTNV avtiotoyn ouddo Kot HE Kitpwvo o péytotog apiBuods. Ta
wToypaupata avtikatontpilovy tov aplfud tov eopmdv mov epgavicmkav ce 10
EKTEAEGELC, TOV ELAYIOTO Kol HEYIGTO aplOUd TOV OTOU®V TOV TOPOVCIACTNKAY GE KAOE
opdoa avtioctoyyo. To mwocootd opotdtnTog opictnke oto 90%, ce avtiBeon pe 1o
mAéypa 50x50, kabmg pukpaivel apKeTd 10 TAEYHO Kot aVOUEVETOL OTL KATOL0. ATOWO TO
omoio Bo OpAGOTOIOVVTOV GE SLOPOPETIKO VELPADOVO LLE LEYAAVTEPO TAEY L, OO LITOLV GE
GAAOVG VELPADVEG TTOV AVTITPOCHOTEVOVY ATOWO e TOAD PEYAAN OpOOTNTO OE O LIKPO
TAEYHO, YU OVTO HEDVETOL KOL TO TOCOGTO OUOOTNTOG £TCL MOTE O OAYOPOLOG

ocvvénelog Oa ayvoncet avtd To dTopo Kot vo Bpet TG OLOLEG OUAOES.
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4.3.1.2.1 Anoteréopata AcOevav

Xmyv ewova 4.29, mapovotdloviar ot opddEG TOV TOPOVCIACTNKAY TO GLUYVE GTIG
EKTEAEGEIC OV £yvav  YPNOUOTOI®VTOS TO apyeio Tov acBevov. Tlapoatnpovvrot
KOTO1EG EVOLUPEPOVTEG OUAOES OUMOC 1 OUAON LE LOVOOIKO YOPaKTNPOTIKO TO 48 oL
enpaviCetan oe OAeg TIg ekterénelg Kot mepiEyxel 41 — 43 dropa, 1 opdda 40 pe 21 dropa
mov gpeaviletar 9 popég ko ot opddeg 7 kot 108 pe 10-11 ko 10 dropa avtictorya, ot
omoieg epgaviCovtoar 7 @opés. Ta dropo TtV opddwv ovt®V cuvvemdystor OTL

TOPOVGIALOVY LEYAAT OLOLOTNTO LETAED TOVG

Most Important Clusters - Cases

O Numbers_|dentified
| Min_Subjects

50 O Max_Subjects
45 -
40 +
35
30 -
25 A
20 - I
15 A
10 ll b M
W = O d O M~ O OO~ MO M 0O i~ 0 1 O M 0 < O I < © M 1L N NN M O 4 NN N O
< N IO M~ 00O < .0 N M~ IO N O &N N < © —+H 1 O oo O < <+ 00 0 O O I~ «—
— — — — — N O ™M — N o — A o AN
Clusters ID

Ewéva 4.29 Avanapdotoacn Opadmv Acbevov mov tapovstalovrol to cuyva 20x20

4.3.1.2.2 Anoteréopata YYiov

Ymv ewdéva 4.29, mapovcstalovior ot OHAOEG TOV TOPOVGLAGTNKAV O GLYVA GTIG
EKTEAEGELC IOV £YVOV YPNCLULOTOIOVTAG TO opyeio Tov acBevav. Eivar n avtictoym
YpapiKy mapdotaon g 4.28 pe dropa to omoia dgv eépovv v acBéveln. Edm dev
napovctalovior evolopépovieg opddes. O péylotog apBuog atouwv o€ o opdoo
ethvel poMg to 16 dropa, kdtt mov oiyovpa dev ivar wkavoromrikd. EmmAéov, molv
Myeg onuovtikég opdoeg mapovotdlovtol cuyvd, Kabmg 1 peyailvtepn opdoa pe 16

dropa gpeaviCetarl 8 popéc kat amd kel Ko épa 1 exdpevN peydn opdda pe 13 dropa
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epeavifeton pOMG 7 @opéc. Ymhpyovuv kAmoleg OUdOES MOV TOPOVCIALOVTOL OPKETH
oLYVA OUMG TO ATOUO TOL OVTUTPOCMOTEVOLV Elvarl €AdIOTO, KATL TOL Ogv Olvel

ONUAVTIKEG TANPOPOPIEG KOl GUUTEPAGOTO Y10 TNV LEAETY QVTH.

18
16
14
12

10

. @ Numbers_ldentified
Most Important Clusters - Controls 2 Vi Scbects

0 Max_Subjects

M~ O AT MITT OO L0 OCOMON~OO AN~ ANOLO M~ AT~ 0O NO
A1 O O 0OONON~ DM~ OMcAOCMMITINT-MNATOMOM AN AN
NN A NN —ANM o ~— i —

Clusters ID

AURRRHIN bR MAMOATIL

[9N] —AN N AN

Ewéva 4.30 Avoarapdaotacn Ouddmv Yyidv mov tapovsidlovior mo cvyva 20x20

4.3.1.2.3 Antoteréopato Xovovacpuov Aclevov - Mn AcOsvov

[Tapopowa amoterécpato mapovotdlovtal oedopévo acbevav — un acbevov (eikdva
4.31) cvykpwopeva pe v opdda Tov achevav. Ymapyovv kdmoleg KoAES opddeg mov
eppaviCovioar apkeTd ovyva Ommg 1M opdda 9 mov mepiéyert 51 — 60 dropo Ko
epnpaviCeton 9 otic 10 exteréseis Katt mov ciyovpa eivarl onuoavtikd kabmg deiyvel ot
ol acbtevelg avtg TG OHAdAG €YOVV KATOlM KOG YOPOKTINPIOTIKA TOV UTOPEL Vo
00N YNGOLV GE oNUAVTIKE guprpata. Yrdpyetl eniong n opndda 97 mov mepiéyet 21 — 23
Kot epeavifeTol e OAEC TIC EKTEAECELS, OTOLYEID TOAD oNUAVTIKO, OTTMOG €MioNG KOl 1)
opdoa 32 mov mepiéyetl 26 dtopa ko peaviCetar 8 popég otig 10. Tédog, vapyovv kot
ol opadeg 232, 165,192 mwov epeaviCoviar 7 @opéc kot mepiéyovv 20,16,16 droua
avtiotoyo, mov gmiong eival onpavtikés opadec. ['evikd, To OMOTEAEGHATO GTNV EIKOVA

4.31 eivon waitepa evOAPPLVTIKA LE TIG OULAOES VTEG VaL XxpNLOVY TEPULTEP® UEAETTG.
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Ewova 4.31 Avarapdotaon Opadmv AcBevov kot Mn AcBevov mov tapovoidlovtot

7o ocvyva 20x20

4.3.1.3 Anoteréopota Katnyopromoinong 10x10

2116 ekoveg 4.29, 4.30, 4.31 mapovoidlovtot o1 OpAdES TOV TOPOVGIAGTNKAY TO GLYVA
oTg ekteréoelg mov €ywvav oe mA&ypa 10x10. Ztov d&ova X, mapovcialovtal ot
Hovadkég Tiég mov yapaxktnpilovv kabe opdda. Me pmhe ypopo ameikoviCovtal o
aplOuog TV Pop®V oL TaPoLGLAlovTal, e KOKKIVO 0 EAAYIOTOC aplfog aTOU®Y TOV
TOPOTNPOVVIOL OTNV avtiotoyn ouddo Kou HE Kitpwvo o péytotog apBuds. Ta
woToypaupata avtikatontpilovy tov aplud v eopmdv mov epgavicmkav ce 10
EKTEAEGELC, TOV ELAYIOTO Kol HEYIGTO aplOUd TOV OTOU®V TOV TOPOVCIACTNKAY GE KAOE
opdoa avtiotoyyo. To mwocootd opotdtntog opiotnke oto 80%, ce avtiBeon pe 1o
mAéypa 50x50 (95%) war 20x20 (90%) , pe v dwo AoyKn OTL HEOVETOL OPKETE TO
péyebog tov mAEypatog kol Kamowo dropo o petapepbodv GE VELPAOVES TOL
AVTUTPOCOTEVOVV GTOUN LE TOAD UEYAAN OUOWOTNTO OTIG SLAPOPES EKTEAECELS KOl O
aAyopiBuog dev Ba pmopécel va avayvopicel Tic opddeg otig omoieg £xovv mpootedet

dtopo Ady® Tov OTL ivart LIKpO TO TAEYLA, 0V VTLEPYEL LEYAAO TOGOGTO OUOLOTITOC.
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4.3.1.3.1 Anoteréopato AcOevav

Yy ewova 4.32, mapovcidlovior ta amotelécpota Tov acdevov o 10x10 mAypa.
[Ipoxvmtouv apketég opdoeg, €wWkd m opddo 0 mov mapovoldletar Kol OTIG
KOTNYOPLOTOMGELS LE OAAL TAEYLOTO, KATL TOV OOJEIKVIEL TNV LEYAAT] OLOLOTNTO TV
peAdV avtg g opadas. Emmpdsbeta, Aoym kot Tov pikpol peyéBovg tov mAEYHOTOC
Y. TO GUYKEKPUEVA OedOUEVA, TOPATNPOVVTOL OPKETES OUdodeg, ot omoieg ypnlovv
TEPLGGOTEPNG OVAALGNG, OTTMG Yo TAPAdELYHa 1) opdda 7 pe 28 dtopa Kot epeovifeTon
o€ OAEC TIC eKTEAECELG, Ko 1 opdda 98 mov amotedel TV peYaADTEPT OUAONL OTIG

extedéoelc avtég pe 50 dropa kot epeaviCetor 8 otig 10 popéc.

@ Min_Subjects
60 O Max_Subjects

Most Important Clusters - Cases @ Numbers_Identified
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Ewova 4.32 Avanapdotaon Opadmv AcBevov mov tapovsidloviot wo cuyva 10x10

4.3.1.3.2 Anoteréopata YYiov
v ewéva 4.33, mapovcidlovion ta amoteAécpato Tov un acbevov e 10x10 TAgypa.

Ta amoteléopata GUUTITTOVY YEVIKA e TO OMOTEAEGLOTO TOV TOPOVCLAGTNKOV Kot

OTOL TPONYOVUEVO KOTNYOPlomomoelg ov e&aipebodhv ot 2 peydieg opddeg mov
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Topovotdlovtal ot omoieg TOAD TOAVOV va 0peiAoVTaL GTNV HEIMOT TOV TAEYLLOTOG KOt
T0V Tocootoy opowwtntag. Ilpokdmrovv opketéc opddeg, €0KA 1 opdoa 0 mwov
TOPOLGLALETOL KO OTIC KOTNYOPLOTOMGELS Le GAAD TAEYUATO, KOTL TOV OOJEIKVIEL TNV
HEYEAN OpHOOTNTO TOV PEADV LTINS TG opddas. EmmpochHeta, Aoyw Ko Tov pikpov
peyébovg Tov TAEYUATOC YO TO GUYKEKPIUEVO OEOOUEVA, TOPATNPOVVTOL OPKETES
opaodeg, ot omoieg ypNLovV mEPLGGOTEPNG AVAALGNG, OGS Y10 TOPAOELY L 1) OULAd 7 e
28 dropo Kot ep@aviCetoar oe OAEG TIC EKTEAECELS, KOt 1| opdda 98 mov amoterel v

neyoAvTepn opdda otig exteAéoelc ovtég pe S0 dtopa ko epeavifeton 8 otig 10 popéc.

- O Numbers_ldentified
Most Important Clusters - Controls @ Min Subjects

0O Max_Subjects
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ML UWWUMUj”””
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33
35
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87
76
108
105
25
34

~ o
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107

125

Ewoéva 4.33 Avarapdotaon Opudadov Mn AcBevov mov mapovcidlovtal o cuyva

10x10

4.3.1.3.3 Anoteréopato Xovovacpuov Aclevov - Mn Aclevov

Meydin onuoacio mopovstdlovy Ta OmOTEAEGLOTO TOV GLVOLAGHOV AcHEVOV Kol pUn
acBevov oty ewova 4.34. Tlapovcoidlovion apkeTé OUAdES, OYEOOV GE OAEG TIG
EKTEAEDELS, e apKETA dTopa Y. 1 opdda 4 pe dropa 63-79 wor 1 opdda 40 pe dropa
55-65. Ziyovpa ta amoteléopato avtd ennpedlovtol Kol omd To PiKpO TAEYHO Kol o
mv uelwon tov moGooTov opoldtTNTaS. To onuovtikd eivor 6Tt Ol OHAdES 7OV

TOPATNPOVVTOL KOl OTIG GAAEG EKTEAECELS AMOTEAODV UEPN TOV OUAO®V OV £YOLV
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TOPOVCIUCTEL KOl GTO HUKPOTEPO TAEYO, KATL TOL GLVERAYETAL TNV VITapEN GNUOVTIKNG

OUOOTNTOG TV ATOUMV TOV TIG ATOTEAOVV.

@ Numbers_Identified
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Ewoéva 4.34 Avanapdotoacn Opadmv AcBevov ko Mn AcBevav mov tapovsidlovion

mo ovyva 10x10

4.4 Tpomor Loykprong kar A&oroynong AryopiOpov
4.4.1 Antoteréopata Xeaipotog Kpavriopov (Quantization Error)

Ta armoteréopata mov Ho TaPoLCIIGTOVY B APOPOVY TNV EKTEAEGT TOL aAYOPiOLOL e
20x20 mAiéypo. Aev vmapyel AOYog va TOPOLGLUGTOVV KOU TO OMOTEAEGUOTO TOV
o@aipatog yio to 50x50 1 1o 10x10 mAéypo KaOOG T0 CEAAUN UELDOVETOL OVAAOYO,
omote d0gv Olvel kdmowo onuovtikd otoryeio mov ailer va mapotnpndel ko va

oYoMaOTEL.

Ta anotedéopata mapovoidloviar oty ewova 4.35. Xtov aEova X mapovcialetal o
aplOpdc TV enoydV Kot 6to dEova Y To ovTiotolyo opdipa kBavticpov. [apatnpeiton
Eex@Bapa OTL TO GEAANO HEIOVETOL OTASOKE HE TNV avénon tev emnoyov. Ta

OTOTEAECUOTO OTKOLOAOYOVV TANPMOC KO TNV EMAOYT TOL aplBUol TV EnoYOV KabmG
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petd and i 850 gmoyéc mepinov mapatnpeital po otabeponoinon tov cEALATOC, oV
Kot ovveyilel va peudvetot. ATAd 1 peioon elvar apketd pkpn o€ onueio mov oomyel
070 cvumépacpa 0Tt dev TpoOKeLToL va peltwbel oaodntd pe peyoddtepo aplBpd emoymv.
Omndte, éywve n emdoyn tov 1000 emoy®dv €101 OOTE Vo UTOPEGEL TO SIKTLO VL
6T00EPOTOGEL TEPITOV TO GCOAAUN KOl VAL OTACEL £TGL GTNV KATMOTEPT OLVOTN T,
oV Omwg Paiveral etvor ToAD pikpd g taEems 0.01 wan stvar e€onpetikd tkavomomtikd

T ATOTEAEGLLOLTAL.
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uantization Error

Q
©
i
w
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0.01

Ewova 4.35 Avarapdotaon Zedipatog KPaviiopov 20x20 miéypatog
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5.1 Zvintnon Anotereopdrov [poeneiepyaciog

5.1.1 Zvlntmmon Amoteleopdtov Avadikov Ilpotdmov Yo yeveTikd ogdopéva —

Yopmieon

Onwg @aivetar ond tov mivoka 4.1, n peiowon tov peyébovg tov dedopévov elvar
ONUAVTIKY] KoO®OG peldveL Tepimov 8 @opéc 1o péyebog tov Phocmv dedopévov. To
OTOTEAEGHO. OVTO YPNOLUOTOMONKE GTO TAAIGIO TNG HEAETNG QLTINS YKL TNV EIGAYMOYN
6710 TOPAAANAO aAyOplOUo oL avamTOHXONKe TOAD peyaALTEPOL pHeYEBOVE dedopéEvaL.
Emumpdobeta, o alyopBpog avtdg, £xet ypnoporomBel Kot yroo GAAOVG 6Komovs, Kabmg

aKoAovOel TO HOVTELO TOV OVOIKTOD KMOOIKO KOl GUVETMG UTOPEL VoL Yp1oiponom el Ko
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va tpomontomBel amd omowodnmote kdT® omd opiouévn ddsw ypnone. Hom €xet
ypnowonomBel amd dbpopa dropo. Onwmg yivetor avtinmtd, o alydplBpog kat To
TPOTOKOAO 7ov  éyer  mpotabel [17], mapovcioce KOAGL omOTEAEGUHOTO KoL
ypnooromOnke Wwitepa, 1060 oto TAAIGLO TNG LEAETNG VTG, OCO KO GE EQAPLOYES

OV OEV OVIIKOLV GTO (PAGCLO TNG LEAETNG VTG,

5.2 Xvinmon Anotereopdrov lapdriniov AkyopOpov

5.2.1 Zvintnon Anoteheopatov pe onapopa threads

Meletdvtag to  amoteAéopato  ypdvov, mapoatnpeital  laitepn  peimorn  tov
QITOLTOVLLEVOV GLUVOAKOD ¥pOVOoL eKTéAeoTG. Tar onuavtikd yeyovog Opmg etvat 6Tt dev
&xel emrevyOel ypappkn peiwon tov xpdvov kat 0 AOYoS ival ot Guyvol GLYYPOVIGLOV
OV  OmouTOLVTOL OO TOV OaAyOpldUo, 7OV OEV  UTOPOVCOV Vo, amoPELYHoUV.
Yvykekpuéva, oe kdbe emefepyacio €vOg SVOCUHOTOG €16O00V  amottovvTol 2
TOVAYIOTOV GLYYPOVIGLOL (CLYYPOVIGUOG oTa TAiGO TG LEAETNG VTG opileTan val
@pbypa — barrier 6mov 60Aa ta threads 6tav etdcovy oe £va onpeio 6Tov KMOOWKA, TPETEL
va wepuévouy 6Aa ta dAla threads vo gtdcovy 6to 1610 onpeio, MOTE VoL UTOPEGOLY VOl
ouveyioovy TNV eKTEAEST] TOVG). O TPADTOG CLYYPOVICUOS OTOLTEITOL KOTA TO OTMUELD
omov 6lot Ba vroroyicovv Tov BMU tmv vevpmvev ya tovg onoiovg etvar vrevBuvor
(to amotéhespo tov kébe thread amobnkevetol o po BEon evog mivaka) KaOmG Tpémet
O6Aa ta threads va yepicovv tov mivaka ovtd Yoo va pmopécet va vroloyioteli o BMU
OAOKAN POV TOV J1KTVOV. O OeVTEPOG GLYYPOVIGUOG ATOUTEITOL LETE TOV VTTOAOYIGHO TOV
vevikobd BMU mov avorapBavet éva thread (akyopiBpog eroyiotov oe éva mivaka). Ta
threads €d® mpémel va ovyypoviotovv mepyévovtag to thread mov avorapfdvel tov
VTOAOYIGHO, VO OAOKANPDOGEL TV EPYOGIN TOV £TGL MGTE VO £YOVV COGCTI EVNUEPMOT)
Yl TO TTO10G vevpavog eivar o BMU yia va aAldEovv avardymg ta Bépn Tovg. Zuvenmg
dev NTav duvatd va arogevyBoldv ot 2 cuyypovicpol avtol, av Kot TPokaAoOv peydio
VIOAOYIOTIKO KOGTOG (ahENoM xpOVoL eKTEAEONC) OTOV TMOPAAANAO aAdyopiBupo. 'V

aVTO, OEV EMTVYYAVETOL YPAUUIKY] LEl®OT TOL YPOVOL EKTEAEOTG.

To mpoavapepBév mpoPinpa epeaviCetol Kot 6T amoTeAEcHATO TG EMTéYLVONG. Agv

EMTLYYAVETOL YPOLUUIKY ETITAYLVON AOYOV TOV GLUYYXPOVIGUAOV. AvTd TOL TPENEL VoL
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wpoavapepOel €00 givar ol emtayvvoelg mov mapovstdlovtal Katd v ypnon 1 kot 2
thread avtictoyya. Emitoydvoeic mov Eemepvodv tov apBud tov threads wdért mov
oLV onpaivel covmep YPOUUKY emttdyvvorn. Ouwg 10 @avopevo avtd dev
ocuveyiletal Kol oTIC EMOUEVEG EKTEAECELS KOl 0QeilovTan Kupiwg o€ PEATIGTOTOMCELG
OV £YLVAY GTOV KMOIKO, KOTE TNV LETATPONN TOV GEPLOKOV GE TAPAAANAOV £TCL DOTE
va gmtevyfel 060 TOoV dvvaTO PEYOADTEPT XPNOT TOV ENEEEPYASTAV, LELOVOVTAS £TGL

TOV GUVOMKO YPOVO EKTEAECC.

Onwg gaiveton EexdBapa vdpyel coPapn peimon tov ypoévov av Anedel voyn ot
YPNOUOTOMONKE UNYavi] UE OKTO eMECEPYOOTEG. ZVVETMDC HE TEPIOCOTEPO PO

EMEEEPYACTMOV Glyovpa AVOUEVOVTAL KOADTEPQ OTOTEAEGLOTA.

Emniéov, vmapyer mepintwon vo moapatmpnbel otov aiyopiBuo avicoppomio otnv
avaBeon @optov (work load) ota threads kaBmg ota threads avartibevtal otatikd ot
VELPMVES Y10 TOVG 0moiovg tvar vtevhuva, Kot €16t TOAD mBavdv, kKdmowa threads va
TPENEL VO EKTEAEGOVV TOAD TEPIGGATEPEG TPAEELS, €OIKOTEPO GTO ONUED 7OV
amo@acileTal TO0l VELPMOVEG TPEMEL VO TPOGaPUOGoVY Ta Bapn tovg. [IpopAnua mov
umopel va AvBet povo pe dvvapukn avadeon eoptov, KAt Tov Oa cuveETdyETAL EMTALOV
k6otog (overhead) xotd v ¢@don g avdbeong epyacidv ota threads. Xvvemmg
mapotnpeitar €va diAnupa (trade off) petald otatikng kot SuVOUIKNAG ovabeong, mov
OU®G oTNV TEPITTOOTN aVTN, avapévetal 0Tl T0 KOOTOG dLVOKNG avaBeong Ba stvan

TOAD HIKPO GE GUYKPIoN LE TN 6MOTN ovabeon eopTov.

5.2.2 Zvintnon Anoteleopatov Tprov Tvykekpipévov Exteléocewmy

YyoMalovtoc TO OMOTEAEGUOTO 7OV TPOKVTTOLV Omd TIS KOTNYOPLOMOW|CELS OV
TOPOVCLAGTNKAY GTO  TPONYOVUEVO KEPAAao, pmopodv vo  eEayxbodv  mOAAG

GLUTEPACLLATA.

Apywcd, mn TPOTN TOPATPNON TOL TPOKLATEL ANO TIG TPES EKTEAECELS, €lval OGO
pikpaivel To péyefog Tov mAEYLOTOC, TOGO TPEMEL VAL LIKPAIVEL TO TOGOGTO OUOLOTTOG.
H mapatipnon avt opeidetal 6to yeyovog 0Tt 660 LKpaivel To TAEYLA, KATOl0 GTOL,

To. omoia B KATNYOPlOMOl0VVTAY GE EEXMPIOTOVG VELPMVEG GE ey TAEypaTa, Oa
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UETOPEPOOVY OVOYKACTIKA GE AAAOVS VELPADOVES DOTE VO, «YWPEGOVVY GTO TAEYUO KOl
ovcloTikd Bo dnuovpynBovv opddeg mov dev Eyovv TOoM HeYEAN opotdTNTA 0G0 Ba
glyav o éva mo peydAo mALypo. Zovem®g o OoAYOpIOUOG GULVETEWNG , TPEMEL VoL
«OYVONGEY PE KATOL0 TPOTO OVTA TO ETITAEOV ATOLLOL, T OO0 KOTYOPLOTOOnKa o€
Kamotleg opadeg €€ avaykng, yI outd avayKooTikd mpémel vo peimbel 10 mocooTtod
OUOLOTNTOG £TCL MGTE VO OVAYVOPLGTOVV 01 TPUYUATIKEG OULAOES Kat va, unv oryvonfovv

OULAdES OV EYOVV LEYOADGEL.

EmnAéov, cav yevikn mopatipnon, To To CNUOVIIKA OTOTEAEGLOTO TAPUTNPOVVTOL
oTIG Opndoeg TV achevov kot ot TpelS ekteAéselc. [Tapatmpodvtal Kamoleg opdodeg
aTOU®OV TOL gival KOWEG 0 OLEG TIG EKTEAEGELS TV acevdv (av Kol G€ o HIKPE
TAEYLLOTO TTEPLEYOVTOL KO GAAO ATOO OTIG OUAOEG AVTES), OV KO GYETIKA [LE TOV aplOUo
TV acBevav, avapevotav 1 dnuovpyio peyolvtepwv opddmv. To id10 1oyvet kot yio Ta
OTOTEAECUOTO TOV GLVOVACUOD TV acBevdv Ko un acbevav, kabng mapoatnpnonke
ot Tapovctdlovial TOAD TAPOUOL ATOTEAEGUATO UE AVTA TV acBevdv ce OAo Ta
mAéypata  (mapovotalovtol PEYOALTEPEG OpAdes kabmg kdmowot pun  acbeveig
opadomolovVTaL HE TOVG aoBevelc), KATL OV €vioyVEL TNV memoidnon 0T, Tapd TIg
OYETIKO UIKPEC OUAOEC, VLTAPYEL ONUOVTIKY] OMHOOTNTO HETOED T®V OTOU®V TOV
QTOTEAOVV TIG OMAOEG OVTES Kol Giyovpa eivar mOAD onuavtikd evpnua, mov ypnlet
nepotéPm PeAETNS Kot avéAlvong. Oco agopd tovg un acbeveig, 00 yeEVIKA KAl OTIG
TPELS EKTEAEGELS OEV EXOVV TPOKVYEL GNUAVTIKE omoTteAéspota KabmG ot Opdoeg mov
onuovpynnkav eivor mdpo moAd pikpég ¢ thEews Tov 10 atdpwv, TAnpogopio Tov
dev gtvon wavoromtikr). BéPata, to amoteAéopata ywo tovg un acbevelg, fMrav
avapevopeva kabmg 1 o oty onoio. oTnpiynKe N HEAETN LT €ivar OTL VITAPYOLVY
Kémow onueio Tov gival Kowd oe 6Aovg Tovg acheveic kol pmopel voo TPOKAAOLY TNV
EUPAVION SPOP®V YEVETIK®V 0c0evelimy. Omdte avtd To. Opolo onueia Enpene vo
amovctdlovv amd Tovg pn oacBeveig, katt mov v péper emPePfardveton omd T

OTOTELEGLOTAL.

Eminpoofeta, mopotnpodvrol KAmTOleg ONUOVTIKEG OUAOES KOl OTIS EKTEAEGEIS TTOL
TOPOVGLAGTNKAY OAAG KOl YEVIKOTEPU GTNV UEYOAN TAEWOYNQIX TOV EKTEAECEMV TOV
&ywvav ota TAaiolo NG LEAETNG LTS, OLAdES Tov emPBefatdvoviot amd Tov adydpido

ocuvénewnc. E1dkd, vmapyel po opddo mwov gppaviletol cuveyms, KATL mov deiyvel 0T
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VILAPYEL LEYAAT OLOLOTNTO OTO ATOUO TNG OUASNS GLTAG. AV Kol 0gV £XOVV TPOKVYEL
TOALEG peydAeg opddeg (ko iomg avtd vo opeidetal kot oto péEyefog Tov SIKTLOV OV
eMAEYNKE MOV «avaykdlel To dOikTvo» va Ppet dtopo pe mOAL pHeYOAN opoldTNnT
OMUOVPYDOVTOG OGO TO OLVATO O AVEEAPTNTEG OUAOES OE EMIMEDO OTOLKDY VELPOVAOV
Kot emmA£oV va, e0OVVETAL Kl O TPOTOG LE TOV 0010 EMAEYOVTAL Ol OPAOEG KOOMDC EXEL
otoyofetnOel  peAlovtikn| petoeneEepyacio TOV OMOTEAEGUATOV £TGL MOTE VO, UTopel
70 O1KTLO VO OLOOOTOMCEL TAL ATOLN OVOAOYA LE TNV €MBVUNTT]) GE GUYKPLOT| TAVTO LE
™V avodoyio Tov atouwv (m peyoddtepn opddo mepieiye 41 droua otovg 972),
EVTOVTOLG TO OMOTEAEGHOTO UTOPEL Vo efvat TOAD onuovTiKd, 0E00UEVOL OTL LITAPYOVY
BAéyels yio a&loAdyNnoTn TV OHAd®MV TOL TPOKVTTOVV. Xiyovpa, avAUEVOVTOV TOAD
peyardtepeg opddec. Opmg, to 0omoTeAéCHOTO OVTO UTOPOVV VO OTOTEAEGOLV
onuavtiKy Béon yio tepantépm Epguva. YTAPYEL OKEYN Y10 TEPOUTEP® LETOETEEEPYATTOL
TOV ORAO®V OVTAOV TOL TPOKVTTOLV, PE avdmtuén véwv aiyopiBuwv. [Tictevetal 6Tt pe
yevikotep a&loAdynon Tov opdd®mv oL TPOKVITOLV KOl TEPUITEP® OVAALGT TOV
ATOUMV OV ATOTEAOVV TIG OUAOES QVTES, TOTE gival TOAD TOAVOV v TPOKOWYOLV TOAD

ONUOVTIKOTEPEG OUAOES KOl GUVETMGS, OVOKAALYT CLGYETIoEWV avdpesa oto SNPs.

Eivar onuoavtikdé va avagepbel, emiong, Oti, €0kdéTEPO HETE TNV HEAALOVTIKN
uetoeneEepyacio, To OMOTEAEGUOTO TOV TPOKVLATOLV, O LTOPEGOVY VO ATAOTOU|GOVV
AVOADGELS — EOIKOTEPO AVOAVGELS TOV OTOLTOVV TOAD YpOvo emeEepyaciog — kabmg Oa
UTOpoUV TAEOV Ol aVAAVGELS OVTEG VO EPApUOlovTal GE EMMESO OUAOWV, LELOVOVTOG

KOTA TOAD TOV aplOpd TV 6ToLEl®mVY, TOL O ATOLTEITO Y10 AVAALGT OAMV TOV ATOUMV.

Oco agopd TOUG VEOLG GAYOPIOLOLG, Y. VO UTOPECOVY VO, 0ELOTOGOVY  To
OTOTEAECLATO TTOV TPOKLATOVYV OO TIG KOTNYOPLOTOMGELS, Ha ypnoiomom|covy ta
Bapn Tov vevpdvov mov mapovstalovy peydin «kivnony. Kai o Adyog eivar 6tt pécm
TV Bapdv, pmopovv va avakaiveBodv ta SNPs ta omoia givor dpowo oe dAa ta dtopa
OV AVTITPOoOTEVEL £vag vevpavag. Bapn pe tipég 0 1 1 1 pe tyuég mov mAnocidlovv pe
oAV peyddo PBabuod Tig Tipég awtéc, dlvovv caen TAnpogopio OTL LIAPYEL OLOIOTNTA,
kabmng pe faon tov adkyopiBuo udbnong ta Bapn o kKataincovv va «potdlovvy pe Ta
dedopéva €16000V. AV TPoKOWYOLV TETOLEG TIUES onpaivel 0Tt | peydin misoyneia (ov
Oyt 6ha) tv SNPS, elyav tic 101eg Tipéc. Av mpoxvmrovv tipég petad 0.3-0.7 (katd

TPOGEYYION), TOTE OGNUAIVEL OTL OgV LINPYXE GOPOPT] OLOLOTNTA HETAED TMV SEGOUEVAOV
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€10000v. Mg amld Adyla n Ty tov kébe Papovg deiyvel oTo mepimov to T0c00To TV 0
kot 1 ota dedopéva, av ayvondel kot o mapdyovtag tuyaidtntog (randomness) Katd v
apyworomon tov Bapov. o mapdaderypa tiun 0.3, avtiotoyet mepinov oe 70% 0 ko
30% 1. Zvvenog, pmopel va aviinebel o 0moOl0cONTOTE TNV  CNUAVTIKOTNTO

ATEIKOVIONG TOV BapdV Kot ToV AOYO Y10 TOV 0010 TOPOVGLALOVTOL GTO OTOTEAEGLOTOL.

Me v BonBeia Lowmdv, tov véwv aryopiBuov petaenetepyaciog, mov o doviedovv Ge
YEVIKOTEPO eMimedo Kot Oa ydyvouv yio opoldTnTeG HETAED TV ORAd®V EExmploTd (Kot
Ol ATOpO TPOG ATOWO), Oa avoryvmplotohv Kot GAAEG OLAOES KOl TOL OTOTEAEGLOTOL TTOV
nmapovotdlovtal oto TAoicla TG HeAétne avtng, pall pe ta véa oamoteléopota, Oa
00000V GTOVG EMGTHUOVEG TANPOPOPIKNG Kat PLoAdYOVE, Yia avAALGT TOGO € emimedo

OUAd MV Kot AVAALGN OTOU®V TOV VKOV GE GLUYKEKPLUEVES OUAOES.

5.2.3 Zvinmon Awaroroynong lopapérpov

5.2.3.1 Zvintnon Arotereopdtov Arllayic Bapav - ApiOpnog Eroymv

Ooco apopd T ATOTEAECUATO TOV TPOKVTTOLV OO TNV HESN aAlayr TV Popdv, ot
aAlayég mov mapatnpovvian ota Bapn eivor eddyioteg petd and mepimov 700 — 800
EMOYEC CLUVETMS TO OIKTLO £l ETACEL o€ Ui oTadepn GYedOV KatdoTaoT, apol OV
ypewdlovtal peydiec aArayéc, £tol £ytve M emAoyn Yo va tpe€et o akydpBuog yia 1000

EMOYEG.

Emunpdobeta, enedr] omoloodnmote pmopel va 1oyvplotel OTL TO OMOTEAEGUO OVTO
opeiletar Kou og peydAo Pabud Kor ommv peimon g oktivag oAl Kupimg otnv
otafepn peiwon tov pvOuov pabnong, mpénel va onuelwdel 6t vIoAoyileTon Kol TO
oc@aipa Kpavtiopob, mov emiPePordvet o o Tdve amoteAéspota Kot Oa eEnynbel mo

KGTo.

5.2.4 Zvinton Anotehespatov Yo Ty Xpnon Koprag Mviung

Me Bdaon ta amoteléopato mov mapovoidotnkay oto 4.2.4, sivar eueavig 1 dtapopd

HETOED TV OV0 EKTEAEGE®MV OGO OPOPE TO TOGOGTO UVIUNG TTOL YPTNCLUOTOoVV. Av
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avaloylotel kaveig 0Tt To péyebog tov apyeiov mov ypnoiwomomOnke Mroav 340KB,
elvar epeoving n 010popd Tov TaPOVCIALETAL GE OLEG TIG EKTEAECELS, OQEIAETAL GTO OTL
ypnoonombnke yio amobnkevon twv dedopévov gicd6dov, bits avti apBuoi. Tlodd
ONUOVTIKY] Topatipnon Kabwng, oe peyaddtepo dedopéva Ba sivar gppavng n dtopopd
omv ypnomn tov do oaiyopifuwv kobdg peidveTar mepimov 610 Y4 0 YDOPOG MOV
arorteiton yioo v amoffkevon Tov dedopévav Yoo emetepyacia, Kdtt mov divel v

duvatdHTNTO YPNONGS TNG OLASIKNG AVATOPAGTACTG GE TOAD LEYAAN GUVOAL OEGOUEVOV.

5.2.5 Mewvektipota AlyopiOpov

O oiyopOpog mapovoidler ko kdémowo perovektnuoto. Ilpdto peovékmua tov
aAyopiOpov, pe Tov Tpdémo TOV omoio €xel avomtuybel, elvar o mWOAD ouLYVAC
CLYYPOVIGUOC TOV omouteitor v yivetor petaéd tov  dpopmv threads mov
ocvvepyalovtat. Agv ftov duvatd vo amogevybel 0 cuyypoviopog Aoyw Ot oe kaOe
EMOVOANYN TOVL aAyopiBuov, mpémel OAOL Ol VELPOVES TOL dIKTVOV Vo Yvpilovv TovV
best matching unit (BMU) and O6Aovg tovg vevpdveg, agov pe Pdaon avtd Ha
ocvveyicovv yuo va aArla&ovv ta Baprn Ttovg. Onote og kKdOe emavainyn tov aiyopifuov,

elval amoapaitrtog o cuyypovicuds Tov threads.

Emunpdobeta, o adydpiBuog dev mapéyetl dvvatdotnteg portability (popntotnta) kabng
Kdaver ypnon tov pthreads dniadn tov POSIX standard ywa threads, vAomomcelg tov
omoiov vmdpyovv Kvpiwg o€ Unix — Linux ocvomiuota. 'Etor o akydpBupog avtdg
Aertovpyel poévo oe té€tow mepPaAlovta, av Kot TOAD ovviopa Bo vrapyovv
viomomoelg kot oe windows Pacicpévo cvotipote, ondte Bo umopel €dkoAd o

alyopOpog vo Aettovpynoet Kot 6€ windows ympig Tnv mopopkp oAAoyn.

Eniong, éva emmpdcBeto peovéktmpo, eivor o6ttt o ypnots, Adym Tov  OTL
xpNnoonomOnke n kAdon bitset yio feAtiotomoinon g ypNoNg TS ULVAUNG, TPETEL VaL
opioel Tpv TV eKTEAEST TOL alyopiBpov to apBud twv SNPs kat alleles Tov vapyovv
010 apyelo e1l60d0v. Hrov kdtt mov dev umopovce vo amo@evydel, kabmc 1 khdon bitset
OEV EMTPEMEL GTOV TPOYPAUUOTIOTY| VO EmekTEIVEL Ovvapkd to péyeBog Tov avticToov
OVTIKEWWEVOL TOL  YPNOWOTOlEl ©T0  TWPOHYPOUUO TOL Yo OKOTOVG  Kobopd

BeAtiotomoinong. [18]
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[Ip6PAnpa mapatnpeiton emiong kot oty avadeon eoOpToL £pyaciog 6Tov TapIAANLO
alyopOpo. Adyw tov 61t ota threads avotifevtol oToTIKG O VEDPAOVES Y10 TOLG OTTOIOVG
glvor vmevBova, moAd mbavov kdmown threads va mpémer va exteAécovv TOAD
TEPLGOOTEPEC TPAEELS, EIOIKOTEPO GTO OMUELD TOV ATOPAGILETOL TO101 VEVPMOVEG TPEMEL
Vo TPOcappoOcovy ta. Bapn Toug. Ymapyet tepintwon va npénet éva thread va aAddet
oA o Bapn TV veELpOVOV TOV, evd €vo avtictoryo thread va pnv ypewootel va
ektedéoel omoladnmote aAlayn ota Papn. Eivar mpdPfinua avdbeong edptov kot divet
Kol UEYOADTEPT ONUOGIO GTO GLYYPOVIGHO KaBMG Kamola thread mepévouv tor GAA
kol €tol to thread pe tov peyadvtepo @Opto yivetor avtopdtwg bottleneck otov

alyopdpo.

5.3 Xvinton Metaenelepyaoiog

5.3.1 Zvintnon AnotelespaToV TOV Opad®v — clusters kol Xvvéneia AlyopiOpov

O aAy6pBuog mov avantiydnke 61o 6Tdd0 aVTO, £xel avamtuydel Yo va amodeiletl v
ouvémelo. Tov alyopiBuov, Omwg Exel mpoavapepOel. Méocw TV AMOTEAECUATOV TTOV
TOPOVGLAGTNKAY GTO TPOTYOVUEVO KEQPAAOLO OAAL Kol SAPOPOV AAL®V EKTELECEMV
oV £yvay ot TANIoO TOV SOKIUAV, amodeiydnke 0Tt 0 aAydpiBuog sivol cuvennc. e
OAeG OYEOOV TIG TTEPUTTAGELS, TOPOLGLALOVTOL OHAdES OV gUPaviovTal GE OAES TIG
exteléoelg (ekTedEael pe 101eg TAPAUETPOLS ) Kol OUAdES TTOV Tapovatdlovion Tepimov
80% pe 90% tov ekTEAECEMY. ZVVETMG, HOVO Tuyaieg dev efval ot opddes avtég, Kot
olyovpa To ATOLO TO OTTO10L AVIIKOVV OTIG OUAOEG OVTEC, £YOVV , oV U Tt dALO, KATOlES
TOAD ONUOVTIKEG OpotOTNTEG. OpotdTNTEG 01 OToiec pmopovv va e€ayxBodv pe faon v

OTEIKOVIOT] TOV Bop®V TOL VELPMOVA 0TO TOV OTTOT0 OVOTOPICTOVTOL.

Emunpdobeta, mpéner va onueiwbel 611 0 adydpiBuog avtdg émpeme va avamtuybet,
KaB®Og N peAéTn avt| Oa dNUoctevdel ko, CLVETMG, deV UTOPOVGAV TO, ATOTEAECLATO
va metoromBovv yuo v opfdtnTa Kot cvvénela tovg. [1oco pdAiov, dtav évag amd
TOUG PaGIKOVG GTOYOVG TNG UEAETNG ALTNG, €lval vo 000el GTOVG EMOTNOVES Kot Vo,

APNOLOTOM OOV ToL CLUTEPACUATO O PACT Yot TEPAUTEP® £peVva, Ol LOVO Yo TNV
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KOTA TAGKO GKAPLUVOT], OAAG Kot va, ypnoiorombetl n mpotevopevn pebodoroyio kot

v dAAES aoOEVELES.

Onwg éxer mpooavapepOel, av kot dev NTav avapevopevo ta amoteAéopato, Kabmg
TOLAGYIOTOV Be@PNTIKA OVOUEVOVTO OUAOEC HE TEPLGGOTEPO GTOMN, EVIOVTOIS LE
EMEKTAOT, TOL  oAyopiBpov ovvémewg Kot mepotépw  petaenelepyacia, Oa

AVaKOAVPOOVV TEPIGGOTEPES KOl ONULAVTIKOTEPES OUAOES.

5.4 Tpomor Loykpiong ko A&roroynong AryopiOpomv

5.4.1 Zvinton Anoteheopatov Leaipatos Kpavriopov (Quantization Error)

Ooc0 apopd o amoTEAECUATO TOV GOAALATOS KPOVTIGHOV, givat Tpo@avé OTL TO diKTLO
poaivel, a@od T0 CEAAUN HEWOVETOL GE TOAD peYdAo Pabud, oe onueio mov oyeddV

umopet va OsmpnBet apeintéo.

To yeyovog 0Tt mapovctaletal Eva TO60 KPO GOAAUN KPAVTIGHOD £XEL TO TAEOVEKTN LA
ot emPePorwdver v 0pHOTNTO TOL OAYOPIOLOV GE GLVIVACUO E TOL OTOTELEGLOTO AT
OV OAYOopiBOL Yo TNV cLVETEWD TOV 0AyopiBuov. Afvel v duvatdtnTa NG Gryovpldg

OGO 0POPE TNV KATNYOPLOTTOiNo™ oL YiveTat.

[Tap’ OAa avtd, VEGPYEL Kot £va LEWOVEKTNO TO 0010 dVOTLYMG €00 Oev UTOPEl va
npoPrepBodv mpoPAnuata vrép — ekmaidevong. Xvvnbmg tétoln TPoPAUaTA Yo Vo
napotnpnbodv tpénetl va vrdpyovv dedopéva eknaidgvong (training data) Ko dedopéva
eléyyov (test data). Ouwg yio ™V ovyKeEKPEVN €QapUoYr, Ogv LEApPYEL AOYOG
SO ®PIGHOV POV GTOYOG OV NTOV VO YEVIKEDEL TO OIKTVLO OAAG VO OLAOOTOLEL LOVO TOL
GLYKEKPLUEVOL OE0OUEVA LE TO. OTOl0L EKTTONOEVETOL. LT TAOUGLOL TNG UEAETNG OLTYG,
6TOY0G NTOV v dOVE TO KOWE YOPOUKTNPIOTIKE TMV YEVETIKMV OEGOUEVOV dOPOPOV
aTOp®V. Agv fTov 6TOYO0G VAL EKTTALOEVTEL TO OIKTLO £TGL MGTE VO UITopel va avaryvepilet
acBeveic M vyieic, ovte va déyetal véeg €16000v¢ Yoo TpdPAleym. Ta dedopéva Mrav
otafepd ko Oev empokerto va aArdEovv. H alhayn, umopel va yiver moAd gvxoAa

BéPara, av kot glvar ektdg TOL TANGTIOL TG HEAETNG AVTHG, OTOTE pmopel va BewpnOel
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O HEALOVTIKY| epyacia o€ mepintwon mov aAldEovy ot oTdyYol 1| 6€ TepinT®on mov Ha

yxpnoponomOei yio GAAOVS GKOTOVC.
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6.1 I'evika Xoprepaopota

210Y0G¢ ™G HEAETNG QTG NTOV va Yivel TPooTdOeln, KaTNyoplomoinong YEVETIKMOV
oedopévov oty meployn HLA, pe acBeveig mov mapovsidlovv 6Tov @aivOTUTO TOVG
mv acBévelog e Kotd mAdko GKANPLVONG. ATOPAGIGTNKE 1] YPNOT TOV XOPTOV QLTO-
opybvoong pe oiyopiBpo pabnong onwg mpotddnke and tov T. Kohonen. [15]. Ta
amoteAéopato oL  Tpofkvyav, oev  emPefaincav otov  avapevopevo  Poabud,
ToLAdYIoTOV, TIC apykég exkTiunoels. Ouwg, £yovv e€aybel onuavTikd coumepdouato

OT0 TAOUGLO TNG LEAETNG OLTNC.

To mpdTO cLUTEPACLA APOPAE TOV OAYOPIOLO GLUTIEGNG Yol YEVETIKA OEOOUEVA, TTOV
EMTLYYAVEL VO LEIOGEL TO PEYEDOG TOV aPYIKDOV OEGOUEVAOV KATA 8 POPEC TEPITOL KOl
umopetl va ypnotpomom el yio OAEG TIC EMOTNUOVIKES AVAAVCELS KOODS dtotnpel OAeg
TIG YEVETIKEG TANPOQOPieC. AAAO ONUOVTIKO GULUTEPOGUO OMOTEAEL 1 UM YPOLLUKT
EMTAYVVOT TOL EMTVYYAVEL O TAPAAANAOG AAYOPIOLOGC, OV KOl GTOYOG TAV 1) YPOUIKY|
EMTAYLVOT), EVIOLTOL AOYWOV TMV GLYXPOVICU®OV, OV MTOV OLVOTH 1 TEPOUTEP®
BeAtiotomoinon Tov aAyopiBuov, kTt mov £xel oproBetnOel o¢ peAlovTikn epyocio pe
Tpomonoinotn tov aiyopdpov pddnone. Ov PBedticTomolcelg mov £xovv yivel GTOV
TPOTEWVOUEVO aAYOpIOpo, Ponbnoov Opmg olyovpo T0 MO ONUOVIIKO TPOPAN O
amotedel 0 OLVEYNG OLYYXPOVIGUOS, GTO Omoio cLpPAAel Kou 1 otoatiky avdBeon
vevpavov ota threads. Oco apopd Tig Katnyopieg mov TPOKVTTOLY, OV KOl Ol OUAOES
dev Mtav ot AvapIEVOUEVES, EVTOVTOLS T OmOTEAESHOTO O TUYOVV TEPLGGOTEPNG KOl TTLO

vevikng petaeneepyaciog kot 8o 50000V GTOVE EMOTNUOVES Yol TEPATEP® AVAALON).
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Ta mheovektnuoto €lvol mwopa TOAAGL, KaODG Hmopovv TAEOV va Yivouv TeEPImAOKESG
avoADCES o€ eminedo OopddmvV TAEOV, UELOVOVTAG TO YPOVO oL Yperdloviov
TPONYOVUEVMG, 1| VO YIVOUV TEPIGGATEPEG OVAAVGELS GTO ATOUN TOL ERPOvIfovTal GE
GUYKEKPIUEVEG OUAOEC, TOL GOUEMVO HE TOV 0aAyOplluo mapovcsidlovv peYOAn
opotdtnta. OpotdtnTa Tov TOPOLGLALETOL HECH TV amelKovicemv Tov Bapdv. TElog,
01 O18POPEG LETPIKES OV TAPOLGLACTNKAY KOl O OAYOPIOLOG GUVETELNG OTTOOEIKVOOVV
Ot 0 akydpBpog ivar Guvenng, KaBDS VILAPYoVY ORAdES OV TTAPOLGIALOVTOL GYEDOV
KAOe Popd oTIG EKTEAEGELG, KO EKTOOEVETOL GCMOTA KOOGS T0 5dAa KPavTionol, Tov

OMOTEAEL TNV TO GNUOVTIKY LETPIKN AEI0AOYNONG, LELDVETAL aTafepd o€ KABE emoyn.

OloxAnpovovtoc, mpémet v emonpavlel 0tt otov adyoplOpo vrapyovv HEYAAES
duvatdtteg Pedtivong, epyacio mov Ba yivel 6To £yydg HEALOV, Kot TO. OTOTEAEGHLOTAL,
pe mepotépw  petoeneiepyacia, Oo  peienBovv kot Ba  afiodoynBodv  amd
EUTEPOYVOUOVEG PLOAOYOVS e TOVG Omoiovg cuvvepydletal 1 OHAdN, Kol HE TNV
TOADTIUN GLVEICPOPA TOVG, Ba kabopioTovv To. emdpeva Prpato 6TV UEYOIAN oL
mpoomdbel yuoo TNV avokdAvyrn ovoyeticewv petald yevetik®v onpeiov. To
onNUovTIKOTEPO {0MG onueio mov mpémel vo, onuewwbel givor OtL, av 1 onuacia TV
anotedecpdTov empPefoarmbel Ko omd TOVG EMOTHUOVEG, 1| HEAETN LT Umopel va
amotedécel Paon yo véeg mpooeyyicelg o€ TOMES (povieg achéveleg mov opeilovton
OTNV TOPOVCiCt 1 OMOVCIK YEVETIKOV TANPOQOPLOYV, OnAadr| ypnon mopoUolmv
alyopiBumv Katnyoplomoinong yio opadomoinom g YEVETIKNG TAnpopopiag pe Paon
TIC OMOOTNTEG OV TOPOLGLALEL OTA OdPopa ATOHO KOl €EAYMOYN TEPLOYDOV TTOL

VIAPYOLY GLYVE Kot ThAvOV va opethovTot yio TNV EQEAVIoT [ acOévetlag.

6.2 Merhovtikn Epyoacia

210 medio TG GLYKEKPEVNG LEAETNG VILAPYOLV apKeTA BENATO TO OTTOla TPOGPEPOVTOL

Y10 LEAALOVTIKT] £pYOCiaL.

Oco agopd tov mapdiinio akydpBpo mov €xel avamtvuybel, dmmwg Exel mpoavapepOei,
T OVO HELOVEKTNLOTO TOV NTOV Ol GLYVOL GLYYPOVIGLOL TOV NTOV ATOPOATNTOL YOl THV
Aertovpyion Tov, KOOMG Kol M oTOTIK) ovaBeon vevpovev ota threads. To mpdTo

mpoPAnua Ba Avbel apykd pe v avdmtuén dtpopetikod alyopifuov cuyypoviGuov,
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ONAaON LAOTOINGT TOL GLYYPOVICUOD HE OLPOPETIKO TPOMO, KOl LETEMELTO UE TNV
vAomoinomn tov batch aAydpiBuov [15], o onoiog akydpiBuog amoterel po Tapoarioyn
tov online aAyopiBpov mov vAomomOnke ota TAaiclo TG HEAETNG VTS OVGLOGTIKG 1)
opopd €yketton oto 0Tt aAlalovtor ta Bépn 0o TaPOVGIGTOVY O TO. OEOOUEV
o @opd 6To OiKTVLO, KATL OV EMITPEMEL TV ATOPLYN GLYXPOVIGUOV UETOED TMV
davvopdtov 166dov. Oco agopd v otatikn avabeon v vevpovev ota threads,
vrapyel N okéyn to threads avoAiapfavovv duvapKd TOLG VEVPMVES Y10 TOVG OTO10VG
Ba eivor vevBuvol, avaioyo pe TO TOOL VEVPMOVEG YpeLdletal va aAAAEoLY Ta Bapm
touc. H okéym avt givan 610 614010 TG culRTNnomg pe Ta VITOAOUTO PLEAT TG OUAOOG
Kol Oa vapEel peyaADTEPT EMKOWVGVIOL Kol GUVEPYOSio Yo TO KOADTEPO dvvoTd

OTOTEAEGLOL.

210 Oépo g petaemegepyacioc, vmdpyel mpoheon Yoo avamTLEN EVOG YEVIKOTEPOL
alyopiBuov amddelng g ovvénelag. O mpotevopevoc aiyopiuog otnpiytnke oto
Y€YOVOTOG 0Tl KéBe vevpdvos amoterel (o opdda, YU avtd Kot GAA®OTE ETAEYNKOV
peydio mAéypoto, €161 @dote va aveSoptntonombovyv 06O TEPIGGOTEPO YivETOL OL
ondoeg kar va @tdoovv og emimedo vevpavev. [hiotevetor 6t av 0 aAyopOuog
enekTaOEel Le TNV IKOVOTNTA VO EAEYYEL GE YEITOVIKO EMIMEDO, AVTL GE EMMEDO VELPDOVMOV
Ba mpoxvyovv kaAvTepa amotedéopata. EmumAiéov, vmapyovv BAEyelS yio kaAdTepn
petaeneepyacio 660 apopd ta dropa Kabe opddoc. Ymapyovv dvo otdyotl. Na yivel
ENEYYOG OTIG OUOLEG TEPLOYES TMV OTOUMV TOL OVIKOVV GE OHAOEG Ko Vo eAeyOel m
TOOVOTNTO KATOLEC OO TIG TEPLOYEG OTEC VL OPEIAOVTOL Yo TNV EUPAVIOT TNG KATA
mAdKo okApuvong. O dgvtepog otoOX0G eivar va yivel éleyyog o€ eminedo OUAd®V.
Agdopévou 0Tt elvar YvmoTég TAEOV 01 OLAOES TOV OVTITPOCSHOTEVOVY TO, SLAPOPU ATOLL,
UTOpovV va, Yivouv SlAQOopeS OVOADGELS LE TOVS OVTITPOCMITOVS TOVG Yo, e&aymyn
TEPIGGOTEPMY CUUTEPACUATOV, OTMG TOL0L AVTITPOCMOTOL TAPOLSIALOVY HEYOAVTEPN

opoldTNTO Kot Tov Bafpd opotdtnToc.

YVVETWDS, LTAPYEL TOAD TPOOTTIKT Y10, AEIOAOYNOT TV AMOTEAECUATMOV TOV TPOEKLYOLV
oTo. TAOiClOL TNG HEAETNG QTG ZE ouvvepyosio PE €101KOVS PBroldyovs, vmdpyel M
nenoibnon ot Bo TpoxvYoLV TOAD onuavtikdtepa anotelécpoto mov Bo fonbncovv
OTNV OVAYVOPION TOV OUTIOV TOL TPOKOAOVV TNV EUEAVION TOAADV YEVETIK®OV

aofevelmv.
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Hopaptnua A

210 TopdpTHa avTd, Ba Yivel pio avopopd GTIC ONUOGLIEVGELS TTOL TPOEKLYAY OTTd TNV
perétn avt. Exyet Mon ekdobei o oalydpiOuog ocvumieong o©10 OTASI0 NG
npoenetepyaciog [17]. H emdpevn onpoocicvon Oa apopd to omoteAéopoto TV opudomv
OV TPOEKLYOLV LLE TNV YPTOT) TOL SLAOIKOV TOPAAANAOL aAyOP1OLOL, GE GUVIVACUO LE
TIG €MOO0ELG OV eUPovilel o akydpBuog avtds. H tpitn dnuocicvon Ba apopd Tic
BeAtioTomomoelg mov Eyvov 6Tov TapPIAANA0 aAyopBuo, PEATIGTOMOMGELS TOV €Ml T®
mAgloTOV, PMOPOVV VO €QPOPUOGTOVV KOl OTOV amAd Geplakd oAyopiBpo pdaonong
YopTOV avtd-opyavoonc. Téhog, n emduevn dnuocicvon Ba apopd tov TPOTO LE TOV
omoto dwayepiletar n peAétn avtn ta categorical dedopéva Yo va ypnoiporombovy e
éva alyoplBuo mov emeEepydleton ypoapupkd dedopéva, Kot TG Oayelpiletor o

OLYKEKPLUEVOS TAPAAANAOG aAYOPIOLLOG TOL missing dedopéva.

AxolovBel n dnpocicvon mov £xel O exO00EL.
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A binary format for genetic data designed for large whole genome

studies that enable both marker and strand based analyses

Athos Antoniades, Loizos Loizou, Aristos Aristodimou,
Constantinos S. Pattichis, Senior Member, IEEE

Abstract— Recent advances in genotyping
technology have enabled large studies with data
from thousands of subjects to contain half a
million or more of single nucleotide
polymorphisms (SNPs) marker per subject. This
rapid increase in the size of data has generated the
need to compress the data in order to reduce the
storage capacity requirements and the memory
required at run time to perform analysis on the
data. The availability of so many markers across
the whole genome has created opportunities for
new methodologies to be implemented that take
advantage of the relatively high density of the
markers to perform analyses that take into
account the Linkage Disequilibrium (LD), an
effect where some combinations of genetic
markers are non-randomly associated. Classical
techniques for transforming genotypic data into a
binary format are already in use by several
applications however we demonstrate in this
paper that the traditional transformations are not
adequate for certain types of analyses as some
information key to new methodologies of analyses
is lost. We propose a new protocol for formatting
binary genotypic data that can be used in all types
of analyses while still offering a very high
compression rate.

1. INTRODUCTION
ntil recently in genetic studies, due to
limitations in genotyping technology, only
a small subset of the genome could be
analyzed. The introduction of affordable high
throughput genotyping technologies allowed the
assay of more than half a million loci variants
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(SNPs) per subject across the whole genome.
Genetic association studies applying such
technology have now become common as they
allow investigation of the majority of common
loci variants in the genome; such studies are
typically called genome wide association
scans(GWAS). In this paper we present a non
lossy format of encoding the data in the datasets
generated from GWAS to a binary form.

The substance that encodes the genetic
instructions  of  living  organisms  is
Deoxyribonucleic acid (DNA). DNA consists of
two long units called strands having a shape of a
double helix [7], [8]. The genetic code is
specified by the four nucleotide "letters" A
(adenine), C (cytosine), T (thymine), and G
(guanine). There are multiple different types of
variations that can occur on the DNA strands,
however traditionally the genetic analyses seem
to focus on analyzing Single Nucleotide
Polymorphisms (SNPs). SNP variation occurs
when a single nucleotide, such as an A, replaces
one of the other three nucleotide letters—C, G,
or T [9]. For a variation to be considered a SNP
it also needs to be present in at least 1% of the
population. Due to the Linkage Disequilibrium
effect (LD), SNPs serve as biological markers
for pinpointing a region on the genome
associated with a phenotypic trait even thought
the SNP itself is not necessarily the variation
responsible for the association. Rather it’s one
or more of the variations that are in LD with the
SNP that is causing the association.

The need to reduce the size of the data is
owed to the 100 fold increase in the genotyping
capacity available today combined with the
massive reduction in cost. Today’s technology
has the ability to analyze datasets up to 550,000
or even 1 million SNPs per subject with >99%
accuracy, at a rate of >100 K genotypes per day



and at a cost of around 20-30 cents per
genotype [2], [6], [10].

Traditionally the genetic data in these studies
is stored in the QTDT format introduced in the
program Merlin [1]. Input files describe
relationships between individuals in a dataset,
store marker genotypes, disease status and
quantitative traits and provide information on
marker locations and allele frequencies.

There is already a technique for compressing
this data by utilizing a binary encoding [3].
However, that technique was focused at
encoding SNPs as markers to be used in
analyses rather than strand based information.
Today as more GWAS datasets became
available researchers are developing innovative
new methodologies to analyze them. Some of
these methodologies are not relying so much on
the SNPs as markers; rather they look at the
sequence of genotyped alleles on each strand of
DNA separately. The methodology used in plink
to encode the data looses the information of
which strand holds each allele’s genotype for
heterozygote SNPs, therefore making it
impossible to run analyses that use strand
information using the binary input format for
GWAS. Also, recent technological advances in
genotyping are enabling the detection of
deletion regions. This may result in future
datasets to incorporate markers in them that may
have an allele missing not due to a genotyping
error but due to a deletion on one of the two
strands. The encoding format proposed in this
paper will offer an efficient lossles compression
that is also capable of encoding deletions
separately from errors in genotyping or quality
control removed markers.

The structure of the paper is as follows:
Section II Presents the traditional methodology
of formatting GWAS data as well as the current
alternative to compressing the data and the
format proposed in this paper. Section III Offers
a comparison of the three formats identifying
advantages and disadvantages of each. Section
IV concludes describing the situations under
which each format is optimal.

1. METHODS AND MATERIAL

A. THE COMMONLY USED FORMAT QTDT
MERLIN[1]

The QTDT file format described in Merlin is
the one traditionally used for this type of data.
It’s split into three files; Pedigree files contain
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phenotypes for discrete and quantitative traits
and marker genotypes for a specific number of
subjects. They are usually white-space delimited
files. The first (usually 6) columns contains
information about the subject (Family ID,
Individual ID, Paternal ID, Maternal ID, Sex,
Phenotype). The combination of the information
of each subject must be unique. The next
columns contain biallelic markers; typically
SNPs. Marker genotypes are encoded as two
consecutive integers, one for each allele, or
using the letters "A", "C", "T" and "G". To
denote missing alleles a sentinel value is used,
typically “0”.

Map files contain information for each single
nucleotide polymorphism. They are used to
analyze genetic markers into the equivalent
pedigree file. Each line per marker usually
contains 3, 4 or 5 columns (chromosome, SNP
identifier, morgans or centimorgans and base-
pair position). Each column is separated by
white space.

Dat files describe the pedigree file. They
include one row per data item in the pedigree
file, indicating the data type providing a one-
word label for each item.

B. PLINK’S METHOD FOR BINARY PED FILES [3]

Plink is an excellent, open source program
offering a comprehensive range of basic large-
scale whole genome association analysis
methodologies. It has been widely adopted since
high dimensionality GWAS have become
available as it enables researchers to efficiently
analyze  these large datasets in a
computationally efficient manner.

In plink there is an encoding format for
transforming QTDT Merlin data into binary
formatted files. The approach used in plink uses
2 bits for encoding biallelic markers with 4
possible states. Plink uses the encoding for each
genotypegiven in Table 1. [3]

TABLEI
PLINK BINARY PED FILE ENCODING [3]

Allele On Allele On Marker
Strand + Strand - Encoding
A A 00

A a
a A 01
A a 11
Missing Missing 10
Data Data




Testing on plink binary format showed that
the exported binary file was 15 times smaller
than the original file. The drawback however is
that encoding of the heterozygote allele is the
same regardless of what strand it’s actually
derived from. Therefore any analyses that rely
on the sequence of the alleles on the strand will
be missing this information.

One analyses technique that needs the lost
information is imputation. Imputation analysis
is the practice of 'filling in' missing data with
plausible values. It is a method for uncovering
the genetic basis of human disease and it is used
for inferring genotypes at observed or
unobserved SNPs that can detect causal variants
that have not been directly genotyped [5]. It is
in essence an in-silico approach to discover the
probability of the existence of a specific
genotype for loci that haven’t being directly
genotyped but are known to be in LD with
genotyped markers.

C. PROPOSED METHOD

Since imputation analyses require knowledge
of which strand the alleles of heterozygote SNPs
exist on, we need to encode each allele on each
strand separately for all cases. There are a
minimum of three states each allele can be in,
these include the two possible nucleotides
(commonly denoted as A and a) as well as the
possibility of missing data at that location. The
smallest number of bits that can encode the 3
states of an allele is 2, however with 2 bits we
can actually encode a fourth state. In many
existing studies this may not be used, even
though it will have no impact on the capacity
requirements the databases will have for
storage. However, we propose that the fourth
state is set to denote markers that are in deleted
regions. This utilizes the extra available coding
identifying a deleted allele from a missing allele
due to quality control concerns, or genotyping
error.

An analytical technique that enables the
detection of these deletions that has started
being applied is copy number variants (CNV)
analyses. It refers to the genetic trait of
differences in the number of copies of a
particular region (for example a gene) present in
the genome of an individual [4, 10]. To perform
CNV analyses most algorithms rely on raw data
from the genotyping platform. CNV algorithms
are able to detect deletion regions as well as
regions that are duplicated that may exist in
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some individual’s strands.

However it should be clearly noted that CNV
incorporates more information than just deleted
regions. It can also detect regions that exist in
more than one copy per strand. That information
is not reflected in the proposed protocol;

therefore  methodologies that wuse that
information would still rely on an external file
with CNV regions.

In the proposed format the data is structured
as a two dimensional vector of alleles. The first
dimension’s size is equal to the number of
strands the subject has. Typically in humans all
chromosomes have two strands with the
exception of X and Y chromosomes in males
that each have 1 strand. Even in these cases a
second strand can exist listing the alleles of the
second strand on males as missing.

Each element in the vector of each strand will
encode an allele. The allele will be 2 bits long
enabling encoding of a total of 4 states per
allele, missing data, nucleotide 1, nucleotide 2
or deleted.

Table II presents the 4 different states that
can be coded per allele. The term “Unknown” is
used rather than the more typical “missing” to
denote alleles that it’s unclear what their
genotypes are or if they are deleted so as not to
confuse it with the deleted state that defines
alleles that do not exist on that strand.

Table III shows how two alleles are encoded
and create a biallelic allele such as SNPs, while
still enabling the identification of deleted alleles
from missing values if that information is
available. By comparing two alleles together
and using the encoding as proposed above the
resulted encoding is shown in Table III.

The two strands in each Subject’s vector need
to be perfectly aligned, that is, the i th element
of each vector will point to the same Marker’s
alleles one for each strand. This makes it easy to
access information in the way it was
traditionally accessed. To access the i’th
marker’s alleles the two bits at position i in each
strand will carry a total of 4 bits, using the
encoding column of Table III the genotype of
Marker i can then be identified.



1I1. EXPERIMENTAL RESULTS

To compare the different formats we will
consider the size of the resulting files in relation
to the original QTDT Merlin format, the amount
of information lost through the encoding of the
original QTDT Merlin format and the ability of
each format to retain different types of
information available today. Table IV provides
a summary of the comparison.

A. INFORMATION LOSS

On one hand loosing information due to
encoding is undesired; however, if the encoding
is used to simply speed up analyses and reduce
scratch space then it’s not an issue so long as
the original raw file is kept for future analyses.
However if you are developing an algorithm
that needs the information of which strand each
heterozygote marker’s alleles are on , or if there
are deletion regions overlapping the markers in
either strand, then utilizing the encoding
methodology proposed in this paper will in a
single table or file encode all of that information
efficiently. Another issue is the actual storage of
the data for long term use or for transferring
over the internet. Utilizing a non-lossy approach
to compressing the data that incorporates all
genetic information into a single file can reduce
the resources required.

B. ADDED INFORMATION CAPABILITY

In this paper we focused on bi-allelic markers
as they are the ones that current high throughput
genotyping technologies are able to genotype.
However it should be noted that the format of
QTDT Markers enables encoding of tri or quad
allelic markers as well since each allele is
encoded as an ASCII character. Neither plink’s
binary ped file nor the format proposed could
handle tri or quad allelic markers. Large
datasets with tri-allelic markers are not existing
today (to the knowledge of the authors) while
information on deleted markers is available
through CNV analyses and other methodologies
available to the various genotyping platforms.
Therefore tri-allelic and quad allelic markers
were ignored in this encoding until high
throughput technologies genotyping them are
available making it necessary to generate a new
protocol for that.

C. SIZE OF ENCODED DATA
The compression rate can easily be estimated
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TABLEII
PROPOSED ALLELE ENCODING

Allele Encoding
Unknown 00
A 01
a 10
Deleted 11
TABLE 1v
COMPARISON OF FILE FORMATS
QTDR Proposed o
Merlin Protocol Plink *s protocol

Information Loss for bi-allelic markers

strand location

of heterozygote
alleles
Used as None Aa,aA
Reference .
Missing one of
the two alleles
A0, OA, a0,0a
Added Information capability
trior quad  Alleles deleted
allelic from a specific None
markers strand
Size*
Pedigree File .bed file : 229.6
3.6 GB MB
Map File e pinary file o f11e - 30
12.6 MB 496 MB .bim f;/ll%: 14.1
Total: 3.612 Total : 243.7
GB MB
TABLE III

PROPOSED ENCODING FOR BI-ALLELIC MARKERS

Allele 1 Allele 2 Encoding
Unknown Unknown 0000
Unknown A 0001
Unknown A 0010
Unknown Deleted 0011

A Unknown 0100
A A 0101
A a 0110
A Deleted 0111
a Unknown 1000
a A 1001
a a 1010
a Deleted 1011

Deleted Unknown 1100

Deleted A 1101

Deleted a 1110

Deleted Deleted 1111



since both encodings are deterministic, however
we also provide a as an example an actual test
we performed using an average dataset size of
1806 subjects and 532,579 markers. The plink
binary ped file was able to compress the file to
1/15™ of it’s original size while the proposed
method compressed the file to exactly double
the size of that achieving just 1/7.5™ of the
original size. However, both compressions
produce enough of a compression to overcome
the issue of the large data since the data can
now fit on the average computer’s physical
memory (RAM) as today’s typical computer has
at least 1 GB.

1V. CONLUSION

The proposed format encodes genotypic data
into a binary form in order to compress it and at
the same time preserve all the information
relating to the bi-allelic markers and the strand
location of each allele. However it does double
in size the resulting datasets from existing
encoding methodologies that are lossy, but loose
information only necessary to certain type of
analytical approaches. The  analytical
approaches that would benefit from the
proposed format of encoding are primarily the
ones that take into account the strand on which
heterozygote alleles are based on, the existence
of the marker on just one of two possible
strands, identifying if the second wasn’t
available due to genotyping errors or a deletion
over the marker on that strand. Due to the need
to use two bits per allele for encoding while
only needing 3 states for each allele we were
left with an available fourth state. That fourth
state we proposed that is used to denote markers
that were deleted as that information is
becoming commonly available from genotyping
platforms available already; however, future
researchers may choose to use the fourth state to
code a different state an allele can be in. Also in
cases where compression of the data in a non-
lossy way for storage, backup or data transfer is
used the methodology proposed would be ideal.
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