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Meléteg Xvoyetiong ONoxAnpoo tov 'ovidiwpartog

Mua peletn) ovoxetiong oAOKAnpov Tov yovidiwpatog (Genome-Wide Association Study -
GWAS) eivat pua mpoogyylon mov mnepl\apPdavel odpmorn Oelktav amd OAOKANPO To
yovidlopa (yia mapdadeyipa ~0,5 eKATtoppdplo 1) €va eKATOPHLPL0) Of YOVIOI@PATA arid
moMd atopa ( ywa napadeyypa yhiadeg aobevelg xat xt\adeg dropa eleyyov) yia v
€OPEOT) YEVETIKOV Mapalayav (genetic variations) moo oxetifovtat pe pia aobeveia.

Ot peléteg ovoxetiong oAoxAnpoo tov yovidiwpatog (Genome-Wide Association Studies -
GWAS) BaoiCovtat oty vmobeorn «kowr) mapalAayr)- kowr) aobévela» (common disease-
common variant), dnAadn ott ta ovyxvd voonpata Ba ogeilovial Kat oe IAPANAAYEG TOL
YOVIOIOPATOG TIOL AIavi®vtatl ooyvda otov mndovopo. Eniong, xabiotavtatr dovatég yapn
otV dopr) ToL YOVISOIOPATOG KAt TV O10TNTA TG AVIoOPPOIIiag obvVOeong oL Iapdatnpeital
avapeoa otig napalayég too DNA (pn toyaia ovoxetion aAANAOpHOpPaV).

Me v oAoxArpwon too Human Genome Project to 2003 xat tov International HapMap
Project to 2005, ot gpeovnteg €xovv &va ovvolo epyaleiov mmov kabiotovv Ovvartry v
de€aywyr) pedetov GWAS. Ta epyaleia nmepllapPdavoov nlektpovikég Paoelg dedopevov
mov mepEyoov Vv ainlovxia tov avOip®IVoL YOVIOI®PATOS, XAPTES TOV avlpomvev
YEVETIK®OV IAPANAY®V KAl €va oOVOANO damo véeg texvoloyleg alAd xat alyopibpovg mov
PIOpOoLV pe TaxLTa Kat akpifeia va avalvooov detypata oAOKANPOL TOL YoVidIOPATOG
Y1a YEVETIKEG IAPAANAYEG TTIOV OLVTEAODV OTNV EUPAVIOT] PG VOOOU. AVTIKEIPEVO ALTOD TOL
EKIIAIOELTIKOD  €PYaoTnPiov damotelel 11 HIAPOLOIAOn EPYANel®V IOL HIOPOLV  Vvd
xpnowpomnowmboov yia mv avaloon dedopévev peydAng xkAipaxkag ota nmiaiota GWAS pe
OTOXO TOV EVTOMIOPO YEVETIK®OV IMAPAAAY®DV IOV OXeTI(OVTAl pe KOV MOADIIAPAYOVITKI
VOO partda.

Me0BodoMoyia twv pedetwv GWAS

Ot GWAS a@opobv peyaleg peléteg aobevov kat atopov eléyyoo (cases / controls).
Aniottovv peydleg opddeg atOp®V, Td MEPLOCOTEPT €K TOV OIOI®V £XOLV VA OLYKEKPLIEVO
@AvoOTLIIO Pag VOoOL (cases), ev® Ta DIIOAOUIA ATOopd dev MAPoLOLAfOLY T OLYKEKPIPEVT)
vooo (controls).

T'ovotomnmorn xabe atopov. [Tpokettat yia v aviyveovorn) evog peyalov aptdpod SNPs moo
Ppiokovrtat oe oAOKAnpo to yovidiopa. O apBpog avtog pnopet va xopatvetat anod 500.000
péxpt kat mave 1-2.000.000 Geixteg.

[Tootikog &leyyog tav Odedopéveov mov yovotomionkav. Evlewtika, 1 agaipeon
atop®v/SNPs pe vynAo moocootod eXketpemv ota dedopeva Tovg (missing data).

Avalnon OTatloTIK®OV OLOXETIOE®V PeTASL yovotunm®v ot Kabe 1meployxr) Kat
PAVOTLITKO TOMO YA TOV IIPOOOIOPIOPO IMEPLOX®V oL ovvOéovtal pe v evrddela ot
vooo. Mnopoov va yxpnotpomnowtoov SNP by SNP otatiotikot eéAeyyot - x2 1) HapOpotot.

Agrrtopept] XapToypd@norn Tov ONIATOG OLOXETIONG He (HeoT] YOVOTOIN oL enuIpootetov
SNPs oe ovovageig ieproxés. Emiong, Aemrtopepr) xaptoypdgnon tng avicopporiag ovvoeong
(linkage disequilibrium) oe oxetukég meproxés. Epmelpixr) napaywyr) anAotonnv (xopdég Tov
SNPs 070 1010 Xp@OPOO®NA).
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Avanapaywyrn oe pia dA\n peydAn aveSaptntn opdda acbevmv (cases) KAt HAPTOP®V
(controls). Tovotbmnon povov twv SNPs mov éyoov amodeixbel mponyovpévmg, OTL
oovdéovtat pe TV aocbévela IOL peAeTdTal. AvVAIldpAy®yl] TOV  AIOTEAEOHAT®OV
XPNOOIIOIDVTAG EAEYXODG CLOXETIONG.

Broloywr) emxvpwon tng ovoyétong. I1poodioplopog napalaywyv mov evioyooovv Tov
kivoovo exkdnAmong pag aocdevelag, eSETao AELTOVPYIK®V OLVENEI®V TG IAPAANAyTg Kat
Kaboplopog P Xaviopon evioyoong ToL KtvOLVOD.

MeydAog TAnBuopdg pe acBeveic (cases) kot paptupeg (Controls)
e Amnodoxn yla mopapéTpoug omwe n ¢uAn, n eBvikOTATA Kal TO

dUNo ” v -l il il il
e JTPWMOTOMOLNCN WOTE va auénBouv Ta oRuata

Fovotunnon SNPs Baol{OHEVN OE HLKPOOUOTOLXIEG - . -
e ~1 gkaTopMpUpLlo TuXaiol Seikteg SNPs B - . -
e ~25.000 SNPs rtou au§avouv tov kivduvo (rt.x. nsSNPs) 4 s —

Napaywyn anAotunwy
e Baon tou International HapMap

AViXVEUON ONHATWV CUCKETLONG
o ‘Eheyxoc x> A avdAoyn Sokipacia , a .w
e A6pBwon TGV P <107 : “ “
I 1
XaptoypAadnon Tou cNUOTOG CUCKETLONG
e KateuBuvopevn yovotumnon mpPocOetwv SNPs NG UEAETWUEVNG
TIEPLOXNG
o XapToypaddnon tng avioopponiag cUVOECNG OTNV TEPLOXN CUCKETLONG ¥ = E
EumepLkn Tapaywyn amAotunwy 3
e ‘Eleyxog emidpaocng tng mAnBuoulakng SlacTpwudtwong €av eivatl et V7T L

€DIKTO

EruBeBaiwon tng cuoxEtiong Fovéruro: ’ o An ca | zévoro
o MeydAeg avefdptnteg opddeg Cases & Controls (n > 1000) e 27 | s | 1

aoBeviv

e [ovotumnon umoyndwv SNPs ( <20) "‘Pfﬂvﬁﬁ’;‘?“‘w“"‘l‘ﬂ”" 60 89 36 185
atopwv eEAEyyou

e ‘Eheyxoc x* 1j avéhoyn Sokuaoio yio emBePaiwon U apXKol SOvoho 3 i = =
O OTOG '

BioAoyikn ERaAROgvon thG cuoXETLONG — -

e Avayvwplon rmapaAAayrg tou au§aveL Tov kivéuvo ¢ .-..-'Y"-_'. . 4
e 'EAEYX0G TOU AELTOUPYLKOU ATIOTEAEOUATOC TNG TTOPAAAAYAG ] |
e [1poaSLOPLOMOG TOU PNXAVIOHOU alénong Tou Klvduvou « =

|

(Kingsmore S, Lindquist I, Mudge J, Gessler D, Beavis W (2008), Genome-wide association

5 T

studies: progress and potential for drug discovery and development, Nature Reviews Drug
Discovery, 7, 221-230 | do0i:10.1038/nrd2519)
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For documentation, citation & bug-report instructions:
http://pngu.mgh.harvard.edu/purcell/plink/
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1.EIZXATQT'H

1.1 Tt etvar to PLINK

To PLINK eivat éva elevfepo AOYlOPIKO KAt AOYIOHIKO AVOlLYTOD K®OIKA, yla HeNETeg
avaloong oAoxAnpoo too yovidiwpatog. Exet oxediaotel yia va extelel éva edpog Pactkav,
peydAng xAipakag avalvoswv pe évav vmoloylotika amodotikd tpomo. To PLINK
EMIKEVIPOVETAL Oty avaloon Oedopévav yovotomov/@awvotvmnov. [Ipoxettar ywa éva

HIPOYPAPPa YPappng eviod®v ypappévo oe C/C++.

To PLINK avartdyx0Onke amd tov Shaun Purcell oto Center for Human Genetic Research
(CHGR), tov Massachusetts General Hospital (MGH) oe ovvepyaoia pe to Broad Institute of

Harvard & MIT.

1.2 Xpnjoeig too PLINK

Ot dovatotnteg oo PLINK pmopoov va taltvopnfoov oe oxt® Katnyopieg, ot omoieg

IIaPovoLtafovTal OTr) OLVEYEL.

1.2.1 Awayeipion dedopévav

v

ISR NN

Avayvoon dedopevav amo éva evpov gaopd pop@av (formats).
Aniok@Okornoinon (recode) xat enavatonodétnorn (reorder) apyeiov.

‘Evworn (merge) 600 1] KAt IEPLOCOTEPDV APXELDV.

Antopoveorn vnoopadwv (SNPs 1) atopmv).
Avtiotpogr) g devbvvong (flipping) kKAovev amnd SNPs.
Zoprieor dedopévav oe apyelo dvadikr)g poper|g (binary files).

1.2.2 TIepiAnyn ¢ OTATIOTIKIG (YA ITO10TIKO EAEYXO)

<\

LSRN RN

ANMnAKeg, yovotomkég ovyvotnteg, HWE eleyyog.

IToooota anovi®yv yovoTornmy.

AwpopiSia, IBS xat IBD otatiotiky) yia atopa pepovopéva Kot (edyn atopmyv.
Mn-Mevoehwkr) petaPifaon) oe dedopéva owkoyevelmy.

EAeyxog tov pvAov Paotopévog oe SNPs tov X xpopoompatog,.

1.2.3 Aviyveoon nAnfooptakrg draotpopdtwong

v

ARNIN

OMoxAnp®pevn) o0VOEOT) 1lEPAPX KIS OTPOHATOIONO0NG.

Xelplopog oxedov ameproptotov aplfpov amod SNPs.

[ToAvSwaotatn avalvor KAMPAKAG yia OIITIKOIIOoN o TG DIIOOOHIS.

EAeyxog onpavtikotntag ya 1o av 0o drtopd avijkoov 1) oxt otov 1610 mAnboopo.

1.2.4 Baowkog éAeyxog ovox£T101G (association)

<\

NN NN

Aobeveig/ Atopa ekeyyoo.

KabBoptopévog alAnAkog éleyyog.

Enaxpiprg éAeyyog Fisher.

Cochran-Armitage é\eyyog.

Mantel-Haenszel xat Breslow-Day é\eyyog yia Staotpopatopéva detypata.
Emxpatr)/ Yonoleuropeva Kat yeViKa HOVTENT KAI)POVOHN01|G.
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NN N NN

‘EAeyxot oOYKplong HOVTEN®V.

MeAéteg Baoiopéveg otV OKOYEVELdL.

ITooOTIKA YapAKTINPLOTIKA, OLOXETION Kat aAnAenidpaot).
Zooyétion eaptapevn aro eva 1) meplocotepa SNPs.
AOCLUIITOTIKA KAl epIelpKa p-values.

Evé\ikta mpooappoopévo ox1pa peTarAaymy.

1.2.5. Méoa npoPAeyng MOMATA®V O€1KT®V, AMAOTOIKA TEOT

v
v
v

v

Eoéhikta, vrmofeTikd armAoToImKda teot.

Zooyéton aotevov/atopmyv eAéyyoo kat TDT otnv mbavoloyukr) am\otomikr) ¢daon.
Mia opada amod peBodovg ovoyétiong yia pelétny povoov SNP oe ovoyétion pe 10
TOIMKO AMAOTLIKO ITAAIO0.

Imputation, é\eyyog pn-tononoupevov SNPs 6edopevon evog aveN avag@opdg.

1.2.6. Avalvon CNVs (Copy Number Variants)

v

ANRNIN

20vdeon) SNPs kat CNVs teot pe otoxo v evpeor) CNVs.

D\ tpapilopa xat nepiAnyn tov Stadikaoiov yia onavia CNV dedopeva.

Teot ovykplong aobevav/atopav ekeyyoo yia naykoopieg dwotnteg CNV.
Awadwaotla ovoyétwong Paotopévn oe  petalayég yia  va  Tavtoroufodv
ODYKEKPIHEVOL YEVETIKOL TOIOL.

1.2.7. Enuipoofsta teot

v
v
v

Teot ovoyétiong Paotopéva oe yovidia.

‘EAeyxog yia emtotaon).

ANMNnAenidpaon  yovidiov-ieptBaloviog oe  opolopop@a  Kat  Oiyotopnpéva
neptPpailovra.

1.2.8. Meta-avalvon

v
v

Avtopata covdvalovtat apyela yeveTika-pop@omnoupeva yia ekatoppopta SNPs.
Opadonoinon 1oV amnoteheopdtav otnprypév oe LD (Linkage Disequilibrium) xat
pe Paon TV meploxr| otnPLypEVI) o TTOANATIAEG PeNETEG.

2.TYITIOI APXEIQN TOY PLINK

2.1 PED files
Ta PED apyeia etvat white-space (space 1) tab) oprofetnpéva apyeia. Ot mpwteg €&t otriheg

evog PED apyelov elvatl brnoype®Tikég Kat Mapouotaovtatl oty OuVEXELd:

LR RS

Family ID

Individual ID

Paternal ID

Maternal ID

Sex (1=male, 2=female, other=unknown)
Phenotype
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Ta IDs etvat adgapBpntikd: o oovdvaopog tov ID g owkoyeévelag kat tov atopov Oa
npémnetl va tavtomnotel povadkda éva aropo. Eva PED apyeio mpénet va €xet €va Kat povo
¢va @awotono otnv ¢kt otyAn. O @awotonog pmopel va etvatr évag IMOOOTIKOG
Xapaxtpag 1) pla omAn noo Oa Oeiyvelr v kataotaon emidpaong. H omAn avtr), §
oplopod, dnlwvetal g e8rg:

-9 missing

0 missing

1 unaffected
2 affected

AN NN

e ¢va apyeto PED pmopovv va mpootefodv oyxoAia agobv mponyndet to ocdvpPolo g
dieong (#).

2.2 MAP files
ES oplopoov xabe ypapprn evog MAP apyelov meptypdget eva povo Oeiktn Kt IPEmeL va
neptexet akpiPmg tig akolovbeg téooepetg oTrheg:
v" Chromosome (1-22, X, Y 1) O=unplaced)
V' rs# 1y snp identifier
v" Genetic distance (Morgans)
v" Base-pair position (bp units)
1snp202
2snp4 04
1snpl01

1snp303
5snp501

To MAP apyeio Oa mpénet va mepieyet t1ooovg deikteg (markers) ocot eivat xat oto PED
apyeto.

2.3 Transposed filesets (Avtipetadeta oet apyeinv)

Mia axopn popeny apyelov eival avt) tov transposed (avtipetabetov) apyeimv, moo
nepthapPavoov 6vo oet apyelov kewpévoo: eéva TPED mov mephapPavet SNP kat yevetikn
mAnpogopia -omov pia oepd avtotorxet oe eva SNP- kat éva TFAM mov mepiapPavet
AN POQPOPLEG YA TO ATOHO KAl TNV OIKOYEVELD - OIIOD Pia OELPA AVAPEPETAL O v ATOHO.

Ownpwteg 4 otrheg evog TPED apyetov etvat 1dteg pe avteg evog MAP apyeiov pe 4 otrjleg.
Enetta olot ot yovotomot etvat oe Aota yia oAa ta daropa kat kabe ovykekpipévo SNP va
avtiototyel oe pia ypappr). To TFAM apyeio mepthapPavet tig €61 mpwteg OTAeg amo éva
PED apyeto. Kabéva anod ta nmapaxate napadetypata PED/MAP apyelov pmopoovv va
napovotactovy oav TPED/TFAM apyeia.
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<---- normal.ped ----> <--- normal.map --->
110011 AAGT 1 snpl 0 5000650
210011 ACTG 1 snp2 0 5000830
310011 CCGG
410012 ACTT
510012 CCGT
610012 CCTT

L em trans.tped ------------- > <- trans.tfam ->
1snpl1 05000650 AAACCCACCCCC 110011
1snp205000830 GTTGGGTTGTTT 210011
310011
410012
510012
610012
2.4 Avadwa PED apyeia

ITpoxewévoo va egowovopnbet xpovog kat xmpog, eivat dvvatov va dnpiovpyndet eva
dvadko ped apyeio (*.bed). Avto amobnxevet v mAnpogopia yla yevealoyia/ paivotoro
oe éva Sexwploto apyeio xat dnpiovpyet eva extetapevo MAP apyeto (*.bim), to omoio
IepLEXEL ANPoPopia yid ta ovopata T@v aAnAiev. ['a ) dnpovpyla avtov 1oV apyeiov
XPNOtpomoteital 1 eVIOAL):

plink -file mydata -make-bed

1 onoia dnpovpyet (e§ oplopov) Ta TPia NAPAKATK apyeia

plink.bed (dvadwko apyeio, yovotomkr) mAnpogpopia)

plink.fam (ot mpateg 6 otrAeg aro to mydata.ped)

plink.bim (extetapevo MAP apyeio: 2 enurhéov otriAeg= aMnAKd ovopata)

Ta .fam xat .bim apyeta eivat am\da apyeia KeWPevoo, yeyovog oo onpdivel 0Tt HIIopody
va avoi§oov pe evav amlo Ketpevoypd@o. otooo, 1 mpoPolr) evog .bed apyeiov dev etvat
eQIKTI), O10TL IPOKELTAL YA €VA COPIILECHEVO, HLAOIKO apyeio.

ZOVEN®G, Y1d TO XEPLORO evog dvadikov apxeiov, xprnowpomnoteitat 1) emhoyn -bfile avti
¢ -file.

3.BAXIKOI TPOIIOI XYNTAZHX ENTOAQN TOY PLINK

IMA\nktporoyavtag plink xat mpooSiopifovtag éva apyeio xmpig mepattepm emAoyeg etvat
dvvatov va eleyxbel éva apyelo ava@opkd pe v akepatotnta tov. Emiong, epgpavietat
pa Paotkr) mepiAny) OTATIOTIKOV OTOLXEI®V IIOD APOPOLV TO dapxelo.

plink --file filename
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H emoyn --file AapPavet pia povo nmapdpetpo, moo eivai 1o Ovopd Tov apxeiov 100000
(input file) xat yayver yua dvo apyeia: éva PED kat éva MAP pe to 1610 ovopa. Me dA\\a
Aoy, to --file filename OnAavet ta filename.ped kat filename.map apyeia. Ot evioAég oo
extehovvtat xpnowponotwvtag to PLINK owlovtat oe éva plink.log apyeto.

3.1 Avadwko PED apyeio

To npwto Prjpa etvat n dnprovpyia evog dSvaduovd PED apyeiov. Avto eivat mo oopmnayeg
OtV IIAPOLOLAoT] TOV 8edOpEVAV, ECOIKOVOPUMVTAG XPOVO KAl EMITAXDVOVTAG TNV EMKEIPEVT)
avaloon. ['a ) dnpovpyla evog Gvadwkod PED apyeiov xpnowpomoteitat 1 axoAovdn
obvvtadln g evtoAr|g plink:

plink --file filename --make-bed --out filename

Metd mVv extedeon g aveTEP® evEpyelag, Onpovpyovvtal ta akohovba tpia apyeta: To
dvadiko apyeio mov meplExel TAa AKATEPyAotd yovotumxkda Oedopéva filename.bed xabamg
emiong kat éva avabeopnpevo map apyeio filename.bim to omoio mepiexet dvo emurheov
otnAeg mov divoov ta ovopata twv aAnAieov yia xkabe SNP.To tpito apyeio nov napayetat
etvat to filename.fam to omoio mepthapPavet Tig mpwteg €€1 otrheg tov filename.ped apyeiov.
Eivat epktr) 1 mpoPoAn) tov meplexopévov tov .bim kat .fam apyeiov Ooxt Opwg tov
eplexopevon too .bed.

3.2 AovAevovtag pe dvadwka apyeia PED

ITpoxewévoo va mpoodioplotel OTL Ta mpog emeSepyaocia Oedopeva Pploxoviat pe )
poper dvadikov apyeiov, xpnotpomnoteitatl i emAoyt) --bfile évavtt g --file.

plink --bfile filename

3.3 Zratiotikn:Missing rates

To PLINK b&ivet ) dvovatotta e§aymyr)g amA®Vv OTATIOTIKOV OTOLXEI®V yid Td IT0000Td
EKAIIOVTOV OeOOPEVOV OTO ApXelo XPNOOIOI®VTAG TNV eM\OYT) --missing:

plink --bfile filename --missing --out miss_stat

Ta ava datopo xat ava SNP mocootd mov mpoxkbdmtovv, eviomi{oviar ota dapyela
miss_stat.imiss kat miss_stat.Imiss, avtiotoiya. Avta ta apyeia eivat an\d apyeia ketpévoo
IOV pIHOPOLV va IPoPANBovyY pe évav amlo Kelpevoypago. Av yia napadetypd, xpetadetat 1)
IPoPBoAr] TOL IEPLEXOPEVOD TOL miss_stat.Imiss apyetov minktpoloyetitat:

more miss_stat.Imiss

KAt IIPOKDITTEL:
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CHR SNP N_MISS F_MISS

1 rs6681049 0 0

1 rs4074137 0 0

1 rs7540009 0 0

1 rs1891905 0 0

1 rs9729550 0 0

1 rs3813196 0 0

1 rs6704013 2 0.0224719
1 rs307347 12 0.134831
1 rs9439440 2 0.0224719

Ta napandve amotedéopata Oeiyvoov yia kabe SNP, tov apiBpo (N_MISS) xat v
avaloyia (F_MISS) tov ekKMIIOVIov atopav.

Opolwg, mnktpoloymvTtag
more miss_stat.imiss

eppaviletat:

FID 11D MISS_PHENO  N_MISS F_MISS
HCB181 1 N 671 0.00803266
HCB182 1 N 1156 0.0138387
HCB183 1 N 498 0.00596164
HCB184 1 N 412 0.00493212
HCB185 1 N 329 0.00393852
HCB186 1 N 1233 0.0147605
HCB187 1 N 258 0.00308856

H televtata oAy eivat 1o Dpaypatiko yovOTOIIKO IOC00TO yia Kdbe dropo.

Emiong, pmopet va mpaypatonowfei avdlvon Ttov 0edopévav ava XPOHOOMH.
Evdewktikd, otV meplnt®on avalvong Tov 8edopévav armokAEloTIKA yid T0 XPOHOo®pa 1,
10Te 1] evTOAT) TIoL Oa xprowpomnowOet etvat:

plink --bfile filename --chr1 --out res1 --missing

3.4 Zratiotikn: ANnAikég ooyvotnTeg

H evtolr] mov axolovbei, mapayet éva apyeto mov ovopddletat freq_stat.frq to omoio
neptexet Tig aANAKEG CLXVOTITEG KAl TOLG KOKOUG T@V aAnAimv yia kabe SNP.

plink --bfile filename --freq --out freq_stat

2TV OepUIT®OI) IOV amndatteitat 1 yvoon g ooxvotntag (Minor Allele Frequency - MAF)
TOL Oomaviotepov AAANAOHOPPOL evog ovykekpipévoo SNP oe évav mnboopo, pmopet va

xpnotpomowOet 1) emAoyr) --snp.
plink --bfile filename --snp snpname --freq --out freq_snpname

4.BAXIKEX EITIAOT'EX (OPTIONS) XTHN PLINK
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Baown)

€10000¢/€§000¢g Hapaperpog Heptypagn
--file plink 2oykekpipevornotel .ped xat .map apyeia
--ped plink.ped Zoykekpipevornotel .ped apyeia
--map plink.map ZOYKEKPIPEVOIIOLEL .map apyeia
--NO-sex PED apyeio oo dev mepiéyet v 51 oty (sex)
--no-parents PED apyeio mov Oev mepiexel tig otheg 3,4
(parents)
--no-fid PED apyeio mov Oev mepiexet tnv otnAn 1
(family ID)
--no-pheno PED apyeio mov Oev mepieyxet tnv OtnAn 6
(phenotype)
--map3 Zoykekpipevonotel v 31 omAn  too MAP
apyetoo
--tfile plink Zoykekppevonotel .tped kat .tfam apyela
--tped plink.tped Zoykekppevonotel .tped apyeia
--tfam plink.fam Zoykekppevonotei .tfam apyela
--bfile plink Zoykekppevonotei .bed, .bed, xat .fam
--bed plink.bed Zoykekppevonotei .bed apyeia
--bim plink.bim Zoykekppevonotei .bim apyeia
--fam plink.fam Zoykekppevonotei .fam apyeia
--out plink Zoykekppevonotel output root filename.
Emoyn) SNPs xat . .
crtrl(')pmv Iapapetpog Ieprypapn
--chr N Eméyet eva ovykekpipévo N ypopooopa
--gene Name Em\éyet éva ovykekpipévo yovidio.
--from SNP Em\éyet ano éva ovykekpipevo SNP
--to SNP Ewg éva ovykekpipevo SNP
--snps SNP list Em\éyet SNPs oo xepilovtat pe KOppa to eva
aro to al\o
--snp SNP Em\éyet eva ovykexpipévo SNP
--from-bp bp Emoyr) SNP
--to-bp bp Emoyr) SNP
--from-kb kb Emoyr) SNP
--to-kb kb Emoyr) SNP
--from-mb mb Emoyr) SNP
--to-mb mb Emm\oyr) SNP
--extract snplist ESaywyn Alotag SNPs.Anpovpyia apyetov pe
ta ovykekppéva SNPs.
--exclude snplist AnoxAelopog Alotag SNPs. Xto tehiko apyeto
dev meplapPavoviar ta ovykekpipeva SNPs
oo {nrjoape va eCatpedoov.
--keep indlist Kpdta povo ovykekppéva dropa
--remove indlist Ag@aipeoe pOVO ODYKEKPIEVA ATORA
--keep-before- Extéleoe 1o keep mpiv 10 remove
remove
--exclude-before- Extéleoe 1o exclude mptv to extract
extract
--filter filename d\tpaplopa atopev
value
--mfilter var # Zoykekppevoroinon tov @idtpoo
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—-filter-cases

du\tpaplopa povo twv acbevov

--filter-controls

DU\ TpApPLOpA POVO TOV ATOPDV EAEYXOD

—-filter-males

D\TPAPIOPA APOEVIKDV ATOPDV

—-filter-females

du\tpaplopa OnAvkev atopmv

--prune

Agaipeon atop®v pe eEKAUIOVTEG PAIVOTLIIONG

AMN\eg emAoyég yia drayeipion

O0edopevov Heprypagn
--make-bed Anpovpyia .bed, .fam .bim apyetov
--recode [Tapaywyr) véov .ped kat .map apyeiov
--merge Eveon oe éva PED/MAP fileset
--bmerge ‘Evaon oe éva dvadwko fileset
5.BIBAIOTPA®DIA

Purchell S (2010), PLINK (1.07) Documentation.
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EIGENSOFT
SOFITWARE



1. EIXATQT'H

To EIGENSTRAT aviyvevet kat dtopbavel tv mAnbooptaxn draotpopdtoon) oe peléteg
ovoxéTong oAokAnpov tov yovidtwpatog (Genome-Wide Association Studies - GWAS). H
péBodog, mov Paociletat oty avdaivon kOptev ooviotwomv (Principal Component Analysis -
PCA), povtelomotel Otagopég OtV KATAY®YY) HETASL aobevov (cases) Kot pAPTOP®V
(controls), katd prikog ovvexopeveVv afovev ormov napatnpovvtat napalayes. H diopbwon
IOV TIPOKLIITEL €lval OLYKeKPpEvn yla évav vmoynelo Oeiktn mapalayng, Paon g
OLYVOTNTAG TV IPOYOVIKOV TANODOP®Y, NAXIOTOIOIMVIAG EUKOVIKEG OVLOXETIOEIS KAt
peywotonowwvtag mapdAnia Tt dovapn aviyveoong MPAyHATIK®V ovoxeTioemv. H
IIPOOLYY1on etvat woxvpr), Kadmg Kat yprjyopr), P& AIOTEAEOPA VA MIIOPEL VA eQpAPPOOTEl Oe
peAeTeg aobevelmv pe eKatovtadeg XIALadeg delKToV.

A1O 10 AekepPpro tov 2006, to EIGENSTRAT vAomoteitat oav Tprjpd 100 OAOKANPOPEVOD
naxétoo EIGENSOFT. O mnyatog xodukag, ta eyxelpidia Kat Ta eKTeENEoa dpyeia yia 1o
naxéto EIGENSOFT etvat dwabéoipa oty 1otooelida tov Reich.

2.TYIIOI APXEIQN
H epappoyn) vnootnpiet mévte dragpopetikodg tonovg apyeimv (file format). O 6pog To1I0g
APXELOD AVAPEPETAL TADTOXPOVA OF TPLd OLaKPLTA apyeia:

genotype file ITepthapPavetr ta yovotomnpeva dedopéva yia kdabe daropo oe kdabe
SNP

snp file ITepthapPavet mnpogopieg yia xkabe SNP

indiv file ITepthappavet mnpogopieg yia xabe atopo

To maxéto EIGENSOFT Oev emtpénmet meploootepovg ard OKT® Ol0eKATOPpLPL
yovotomovg, Kat 0a ava@épet éva prjvoa opaipatog eav mpoorabdroet va dnpiovpynjoet eva
apyeto e§0dov peyalvtepo amno 2 GigaBytes.

2.1 ANCESTRYMAP format
To apyeio genotype mepi\apPdvetl pia ypapps) yia kabe Eéykopo yovotomo. YIapXovv ot
eQ1)G Tpetg otrAeg:
V' In omAn: To ovopa tov SNP.
V' 2n otAn: To ID tov deiyparog,.
v’ 3not)An: O apBpog tov alAnAov avagopdg (011 1 2).
Ot yovotonot oo €xovv yafel kmdkomolovvTal pe v amovoia ew00dov oto dapxeto
genotype.

To apyeio snp mepthapPavet pua ypappr) yia kabe SNP. Yndapyoov ot €rjg €5t otrAeg:

V' 1In otAn: To ovopa tov SNP.

v 20 otAn: To xpopoowpa. To X xpopoocopa xwdwonoteitar oav 23, 1o Y
xpopooopa oav 24, mtDNA ocav 90 xat XY ocav 91. To SNP pe pn eykopeg Tipeg
XP®HOOHUATOG, 011G Pndev, Oa agaipoovvrat.
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ASRNINIEN

31 otAn: I'evetikr) 6¢on) (oe Morgans). Eav etvat ayvootr, tote tibetan 0.0.
4n oA dvokr) B¢or) (oe bases).
51 ot An: Eivat to aA\nAo avagopdag.

61 oA etvat 1) mapailayr) too aAnAioo.

To apyelo indiv mepihapPaver pua ypappn ywa kdbe dropo. Ymdapyoov ot &g Tpelg

otnAeg:

v

v

v

1n otr)An): To ID tov Oetypatog. To prikog meplopiletat otovg 39 yapaxtrpeg,
OLPITEPIAAP PAVOHREVOD TOL OVOPATOG TG OLKOYEVELAS.

21 otrAn: Eivat to @odo (M 1 F). Eav 0ev eivanr yvwoto, tote Tifetar oe U
(Unknown).
31 ot An: [Teprypaget av eivat aofevrig (case) 1) paptopag (control). Av vrapyet

0 yapaxktnplopog “Ignore”, tOTe TO ATOPO KAl TA YOVOTOIKA OeQOpEVA TOL
agaipoovvtat amno to dataset oe OAa ta apyeia oL IPOKLIITOLV.

O tonog apyxeioo ANCESTRYMAP ypnotpomnoteitat yia 10toptkovg Aoyovg. To Aoytopiko

aoTo etvat M p®g avedaptnto arod 1o Aoylopko 2004 ANCESTRYMAP.

2.2 EIGENSTRAT format

To EIGENSTRAT format xpnowpomnoteitat amno to npoypappa eigenstrat

To apyeto genotype mepihappavet pua ypappn) yia ke SNP. Kabe ypappn nmepthapfavet

éva yapaxtpa ya kdbe dropo, onoiog etvat:

v oo MnOevikd avitypa@a tov aAANAOPoPQOL avagpopds,.
v 1 Eva avtiypagpo tov aAAnAopop@ov avagopdag.
Vo2 Avo avtiypaga oo aAANAOPOPPOL avapopds.
v o AnoAera dedopevav.
2.3 PED format

To apyeio genotype &yet xkatdaAndn .ped xat mepthapPavet pua ypappn yia kade dropo.

Kdabe ypappn éxet £Gt 1) et otrheg pe MANPOPOPIeg OYETIKA HE TO ATOHRO KAt Ovo OTrAeg pe

Toug yovotonovg ywa xkabe SNP, oopgava pe T ogipa moov npoodiopifovrtat ta SNPs oto

apxeto snp. H poper) tov yovotonoov mpémnet va eivat eite 0ACGT eite 01234, omov pndeév

onpatvet armoleodevta dedopeva.

Ot mpwteg €81 1) entd oTtrjAeg TOL Apxelov genotype eivat:

v

ASRNIENEN

1n oA ITpoodioplotiko tng owoyevetag (family ID).
21 otAn: ITpoodiopilotikod tov atopov (sample ID).

31 otAn & 41 otAn:  ITpooO1OP1OTIKA T®V YOVEDV TOL ATOHOD.

51 otrAn: dolo (1: avdpag, 2: yovaika).

61 oA case / control status (1: control, 2: case).
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v 7n ot H oAy eivat mpoatpetikr) kat exet tipn) 1.

To apyxeio snp mephapPdver pa ypappr ywa kabe SNP. Yndapyoov €&t otrheg (ot
teAevtaieg SVO IPOALPETIKES):

V' 1n om)An: To xpopoowpa. Xprjon tov X ywa 1o X ypopooopa. Ta SNPs pe pn
EYKLPEG TIEG XPOPOOMUATOG, O1IRG Pndév, Oa agaipovvtat.

21 otrAn: To dvopa tov SNP.

31 oA I'evetikr) 6¢on) (oe Morgans).

4n ot An: doown) O¢or) (o bases).

ASRNIENIEN

51 & 61 otAn:  Elvatl mpoatpetikég kat mepA\apfdvoov 10 aAANAOPop@Oo avagopds
KAt v TapaAAayr) Too.

To apyeto ndiv mepthapPavet 11 mpwteg €81 1) entd otrAeg TOL apyeiov genotype.

2.4 PACKEDPED format
To apxelo genotype éyet katdAnn .bed xat va etvar oe SNP-major tadivopnon.
To apyeio snp £xet katdAndn .pedsnp kot mpénet va etvat oe tagivopnon genomewide.

To apyeto indiv ¢yel kataAndn .pedind.

2.5 PACKEDANCESTRYMAP format
To apyelo genotype éyet katdAndn . packedancestrymapgeno.
To apyeio snp £xet KatdAndn) . snp KAt mpemet va eivat oe Tagivopnorn genomewide.

To apyeto indiv ¢yet kataAndy .ind.

3 Smartpca

To mpoypappa smartpca emtpémet TV avalvon KAt TOV DIOAOYIOHO TRV KOPL®V
ooviotwomV (Principal Component Analysis - PCA). Ot napdapetpot mov propet va Oexbet to
HIPOYPAPHA ELVAL Ol AKOAOVLOEG:

-1 example.geno To apyelo genotype oe onotodrjmote format

-a example.snp To apyeto snp oe ortotodrjrrote format

-b example.ind To apyeto indiv oe onmotodrmote format

-k k O apfpog v KOpPV oLVIOT®OMV ToL Ba vmoAoylotovv amd To

npoypappa. H npoemAeypévn i) etvat ion pe 10.
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-0 example.pca To apyelo e§0dov 1V KOPLWV ovviot®onv. To apyelo éxet katdAnin
.pca. Ta aropa nov exoov agpaipebet Bempovpeva wg amoxAivovoeg tipeg (outliers) Oa exoov
OAgg T1g Tipég toug toeg pe 0.0.

-p example.plot [TpoBepa TV apxel®v ypapik®Vv IAPAoTAoE®V yid TIg OO Kopou@aieg
KOpleg ovviotwoes. Ta daropa emonpatvoviat COPPOVA PE TG eTIKETEG 0TO apyeio indiv.

-e example.eval To apyeto e§0d0v pe OAeg T1g WOoTIpES. To apyeto éxet kataAndn .eval.
-l example.log Apyeto kataypaprns. To apyeto exet katdAnln log.
-m maxiter Meyiotog appog enavalnyemy yid TV a@aipeot) ToV ArIoKAVOuo®V

Tpov (outliers). H mpoemAeypévn tipn) elvat 5, evo 1 amevepyornoinon TG MAPAPETPOD
yivetat pe -m 0.
-t topk O appog TV KOPLWV OLVIOTO®OMV KATA TIG OIMOlEg ApaipoLVIAl ot

artokAivoooeg Tipeg xata T Owdapkela kdabe emavalnyng agaipeong tev outliers. H
npoermt\eypéve tipn etvat 10.

-ssigma O aplBpog TV TOIMK®OV AIOKAICE®V TTOL IIPEret va vaepPel eva dtopo, amod 1o
OOVOAO TOV KOPL®V OLVIOTOO®V, IIPOKELEVOL va apatpedet oav armoxAivovoa T (outlier).

O ekTIpOPEVOG XPOVOG EKTENEDTG TOL TIPOYPUPPATOG smartpca eivat:

2.5¥1012 *nSNP * NSAMPLES? (0e wpeg), eav dev agaipefodv ot armoxAivovoeg TIpEG
(outliers)

2.5¥1012 *nSNP * NSAMPLES? * (1-m) (0e mpeg), €av ylvoov m eMavalyelg apaipeong
TOV AIOKAVOLO®V TIH®V (outliers).

ZmVv nepimtoorn mov 1 petafAnt m AapPavet Tipég pikpotepeg 1) ioeg Tov 5, TOTE O
EKTIP®PEVOG XPOVOG eKTEAEDNG TOL TIpoypappatog eivat pexpt 1.5¥10-11 * nSNP * NSAMPLES?
0€ MPES.

Omov nSNP etvat o apidpog tov SNPs xkat NSAMPLES etvat o apifpog tov atopmv too
OLVOAOD dedopevmv.

4. BiyAoypapia

Patterson N, Price A, Reich D (2006), Population structure and eigenanalysis. PLoS Genet
2(12): €190, pp. 2074-2093.

Price A, Patterson N, Plenge R, Weinblatt M, Shadick M, Reich D (2006), Principal
components analysis corrects for stratification in genome-wide association studies, Nature
Genetics 38, pp. 904 - 909
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HAPLOVIEW



1. Evoaywyn)

To Haploview éxet oxeStaotel pe OTtOXO TV AIAODOTELON KAl TNV EMTAYLVOL TG
dadikaotag avalvong am\oTonmV IAPEXOVTAG Hla KOw) dteragrn) yia diapopeg epyaoieg
rov oyetiCovtat pe térotov eidovg avalvoelg. To Haploview eivat eva ehevbepo Aoytopiko
KAt AOYIOPIKO avolytod K®OKd.

2 Xpnoegig tov Haploview
To Haploview vmootnpiet Tig axoAovbeg Aettovpyieg:

V' Extipnon) g ooxvotntag évog amotoIon yid évav mnboopo.
EAeyxot ovoyétiong petadd evog SNPkat evog anAotomoo.
EAeyxog avipetabeong yia ) CHUAVTIKOTNTA THG OLOXETUG.

AN

ExtéAeon g epappoyr|g Tagger mov dnpovpyrifnke ano tov Paul de Bakker ywa v
ermAoyt) Kat agltohoynorn) twv tag SNPs.

<\

Avtopatn Ay Tev 6edopévev yovotodmnong ano to HapMap.

\

Ontikomnoinon kat Yypag@iky) davamapactaon tev damnotedeopdtov too PLINK
aVAa@oplKa  pe  PeN€Teg  OLOXETIONG  OAOKANPOL  TOL  YOVIOI®PATOS
OLPIIEPIAAP PAVOVTAG IPONYHEVEG EMAOYEG PIATPAPIOPATOG,.

3. Biphoypagia

Barrett JC, Fry B, Maller J, Daly MJ. Haploview: analysis and visualization of LD and
haplotype maps. Bioinformatics. 2005 Jan 15 [PubMed ID: 15297300]

Information about the exact test for HW can be found in the following paper:
Wigginton JE, Cutler DJ, Abecasis GR. A note on exact tests of Hardy-Weinberg equilibrium.
Am ] Hum Genet. 2005 May;76(5):887-93.

Information about parenTDT can be found in the following paper:
Purcell S, Sham P, Daly M]. Parental phenotypes in family-based association analysis. Am ]
Hum Genet. 2005 Feb;76(2):249-59.
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1. Login
Username: mbgguest Password: mbg2015guest

2. Applications = System Tools = Terminal
3.  Zto mapdabvpo mmov Ba avoilet, mAnktpoloyoLpe:

ssh -Y mbgguest@83.212.162.55
4. Password: mbg2015guest

To anoteAeopa napovoialetat oty akoAovdn o0ovr).

w > Applications Places System Q}@_‘/ Fri Oct 23, 5:06 PM dimitris 1‘; u:]]u @

mbgguest@darwin:~

File Edit View Search Terminal Help

[dimitris@localhost ~]% ssh -Y mbgguest@83.212.162.55 k e |

Password:
Last login: Fri Oct 23 16:56:55 2015 from dhcp-163-171.dragana.duth.gr

Rocks 6.1.1 (Sand Boa)
Profile built 18:45 12-Mar-2015

Kickstarted 13:00 12-Mar-2015
[mbgguest@darwin ~]$ []

| @ mbgguest@darwin:~ | L]

5. X1 ovveyela TANKTPoAOyoLpE:
cd PaschouWS/userNr

ormov Nr etvat evag apBpog moo Oa mpoodiopiotel xkata T Oldpkela Too
workshop.

6. T'amv emxovpworn too GWAS covolov dedopévav kat tr dnplovpyla apyeioo
€ OTATIOTIKA, TANKTPOAOYOVHE:

PLINK 1.07

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata --out summary
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PLINK 2.0

/home/mbgguest/PaschouWS/Software/plink2/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata --out summary

7. Melét tov anotedeopatov. Kabe extéleon too PLINK dnpovpyet éva apyeio
kataypapng (log file) mov mapeyet xpriopeg mAnpogopieg yta to oovolo dedopevmv
Kat v evioAn mov extedéotnke. To apyeto exet v xatdAnln .log. ITio ovvOeteg
evtoAég tov PLINK dnprovpyovv emurpooteta apyeia Moo meptéyouv armoteAéopatd.
Ta apyela avta eyoov dla@opeTikeg KATANNSELG avaloya pe Vv Kdbe evtoArn).

8. T'a to avotrypa tov apyetov pe kataindn Jog, mAnktpoloyovpe:

less summary.log

9. Edw mapovowialetat éva nArdog DANPoOQop®v OXETIKA HPE TO OLVOAO
dedopevov GWASdata nov eneSepyalopaote.

Missing Rates: 0 of the ... individuals removed for low genotyping (MIND > 1)
To apywo Prjpa otnv avalvorn oAV tov dedopévav etvat n eSaipeon TV ATOP@OV
pe mOAD peydAn anwAeta yovotomkev dedopeveov. To MIND eivat to Maximum

INDividual missingness rate, r.x. H anoAeta 6edopevaov SNP yia éva atopo. Apxika
tibetat oy Tipn 1, enopevmg, e§atpovvtat detypata pe 100% anwlera SNPs.

2ovnfwg, ypnowporotodvtal mo avotnpoi é\eyxol yla ta Ipog emeSepyaoia
dedopeva, onwg MIND > 0.1 Avto onpatvet ot Ba agaipedet kdabe detypa mov éxet
anweta yovotormpeveov SNPs peyalotepn amo 10%.

Missing Rates: 0 SNPs failed missingness test (GENO >1 )

To Oevtepo Prjpa g avalvong eivat 1 agaipeon SNPs mov Aetrmovv amo moAAd
atopa, ywa napdadetypa eav yia eva SNP ot tipég Aetmoov nave amod to 10% tov
detypataov. Edw O eleyyog yivetat ava otiAn Kat Oxt avd ypappr. ApyKd 1) Tipn)
GENO etvat peyahvtepr amno 1, enopévag kapta otAn SNP dev agatpébnke.

2ovn0®g, XP1NOOmOoDVTAL IO dLOTNPA KPP yid Ta IIPOg erneSepyaoia
dedopeva, onwg GENO > 0.1.

Allele frequencies: 0 SNPs failed frequency test ( MAF <0 )
To axpwvopto MAF mpocpyetatr ano tig Aeeig Minor Allele Frequency. To

ODYKEKPIHEVO OTATIOTIKO péyebog ypnowpomnoteitat yia tov amnoxAetopo SNPs oo dev
IIAPEYOVV IKAVOIIOU)TIKI] IANPOPOPN 0T £Med1) IAPOLOLAJOLY PKPT) OIAKOPAVOL) OTO
pog avaivon ovvolo Oedopévav. Ia mapdadertypa, av eva SNP mapovoradlet
Hapal\ayr) e POVO éva ATOHO TOL OLVOAOL PEAETNG, OeV elval OTATIOTIKA ONPAVTIKO
Kat priopet va agatpebet aro ta dedopeva.
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Apywd, 1 tipr) too MAF tifetat pikpotepn amo to pndév, yeyovog Iov onpaivet
ott kaveva SNP dev amoxAetetat. Zovi)0wmg, XP1OHOIO00VTAl IO avoTPOL EAey YOl
yla ta mpog erneSepyaota dedopéva.

10. Ta to xAetowpo tov apyeiov mov avoile pe 1o less summary.log oto Prypa 8,
nAnktpoAoyovpe o ovvovaopo: CTRL+C

11. H AMjyn OTtatiotikov OTOXEl®V  aVAPOPIKA HE AIMAEEG OTO OLVOAO
dedopévmv, propet va yivel pe v evioAn:

PLINK 1.07

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata --missing --out
summary_missing

PLINK 2.0

/home/mbgguest/PaschouWS/Software/plink2/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata --missing --out
summary_missing

12. Ta ava atopo xat ava SNP mooootd moo mpokovmtovv, eviomifoviatr ota
apyela summary_missing.imiss xat summary_missing.lmiss, avtiotoiya. Avta ta
apxela elvat an\a apyela keipévov mov pmopovv va mpoPAndovv pe évav amho
KEPEVOYPAPO.

13. T'a mVv npoPolr) tov apyeiov oty 00ovn mAnktpoloyovpe:
Is

To anoteAeopa napovoialetat oty akoAoodn ekova.

[

(ML FLS T il

summary .logl§ summar missimg.imisslsummary missing.lmiss Isummarx missimg.logl

[dimitris@localhos userlT5 ]
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14. T'a Vv nipoPoAr) tov apyeiov summary_missing.Imiss mnktpoloyoope:
more summary_missing.Imiss

Ta anoteAéoparta nov napovolalovtat otv o0ovn, deiyvoov yua kdabe SNP,
tov apipod (Number, N_MISS) xat v avaloyia (Frequency, F_MISS) tav
EKAUIOVTI®V ATOH®DV.

dimitris@localhost:#fwarkshop/userl

15. Ta 1o xAelowo tov apyelov mov Avolle, MANKIPOAOYOUHE TO OLVOLAOHO:
CTRL+C

16. I'ia v nipoPoAr) tov apyeiov summary_missing.imiss mnktpoloyoope:
more summary_missing.imiss
H televtaia otAn tov amotedeopdtov mov mapovolaloviat otv obovn,
AVAQEPETAL OTO IPAYHATIKO YOVOTLIIKO ITO00O0TO yid Kabe atopo.

17. Mnopet va npaypatonowmnfet avalvon tov Oedopévav avd XPOPOO®H.
Evdewktika, otnv mnepimtwon avalvong tov O0edOpEVmV  AIIOKAEIOTIKA yid TO
Xpopooopa 1, tote 1) evtoAr) nmov Oa ypnowponowmOet eivat:

PLINK 1.07

/home/mbgguest/PaschouWS/ Software/plink107/plink --noweb --bfile
/home/mbgguest/PaschouWWS/dataset/GWASdata --chr 1 --missing --out
summary_missingl
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PLINK 2.0

/home/mbgguest/PaschouWS/ Software/plink2/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata --chr 1 --missing --out
summary_missingl

18. T'ia mv npoPolrn) twv apyeiov oty 00ovn mAnktpoloyovpe:

Is

To anotéheopa napovolaletat oty akoAovbr) ekova.

dimitris@localhost:~/workshop/userl
Apyxelo EnzEepyaola MpoPorf Avalhitnon Tepdoatiké BorfBeiox
[dimitris@localhost userll$ 1s
summary .log summary_missingl.log summary_missing.log
summary_missingl.imiss summary_missing.imiss
summary missingl.lmiss summary missing.lmiss
[dimitris@localhost userl]$

19. IT\nkTtpoloymvtag:

more summary_missingl.lmiss
more summary_missingl.imiss

[Tapovowalovtat ta anoteAéopata yia kdabe SNP oto xpopoowopa 1, kat yia to

IPAYHRATIKO YOVOTDIIIKO II0000TO yid Kabe atopo yia 1o xpopooopa 1, avtiotoya.

20. Ta 1o xAetowo tovL apyeiov oL Avole, MANKTIPOAOYOLHE TO OLVOLAOHO:
CTRL+C.

21. Tlowotwkog EAeyyxog tov Dataset

Zta dedopéva tng GWAS peletng ypetdletatl va e@pappootetl TOANAITAOG ITOOTUKOG

é\eyx0g yla T 0wotr) deaymyn Twv akolovbodpevey otatioTik®v pefodmv Kat tnv

Aaro@Ly1 Yevdwg HeTIKOV CLOXETIOEDYV.

Ta paowa Prjpata otov nototiko éleyyo (quality control - QC) etvat ta e8rg:

Minor Allele Frequency ( --maf)
Genotyping Missingness (--geno)
Individual Missingness (--mind)
Hardy Weinberg (--hwe)

YeAiba 29



[a v epappoyn kabe prag amo tig npoavagepbeioeg TAPAPETPOLS MOLOTIKOD
ENEYXOV, XPNOHOIIOtELTAl pia eVIOAL] P TNV akoAovbrn ovvtadn:

PLINK 1.07

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata {mapapetpog)
Tipn_napapérpoo --out test_{ovopa_mapapétpoo}

PLINK 2.0

/home/mbgguest/PaschouWS/Software/plink2/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata {mapapetpog)
Tpn_napapérpoo --make-bed --out test_{ovopa_napapétpoo}

Ornov {mapapetpog): --maf, --geno, --mind xat --hwe

TUPI_NAPAPETPOD ELVAL 1] TUL) OV OPICeETal yid T1) OOYKEKPIHEVT] IIAPAPETPO.

Iapatnpnon: Otav xpnowomnoteitat n ékdoory PLINK 2.0, tote eivat anapaitnt
n napdpetpog --make-bed yia ) dnprovpyia teov apxeiov bed, bim xat fam. Ztnv
¢xdoon PLINK 1.07 6ev xpetdletat 1 OOYKeKPpEVT TTApdpeTpog (--make-bed) xat to

arotédeopa Imov mpoxvmtel eivatr éva apyeto xataypagng (log file) pe ta
aroteAéopatd.

Aoxipalovtag kabe pia Dapapetpo SeX@PLOTA WOTE VA IPOKLYOLV Td avtioTolyd
apyela kat va yivet avtiAnity 1) enimrteor) g ota Owabéoipa dedopeva.

Minor Allele Frequency ( --maf)
PLINK 1.07

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata --maf 0.01 --out test_maf

PLINK 2.0

/home/mbgguest/PaschouWS/Software/plink2/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata --maf 0.01 --make-bed --out
test_maf
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Genotyping Missingness (--geno)

PLINK 1.07

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata --geno 0.02 --out test_geno

PLINK 2.0

/home/mbgguest/PaschouWS/Software/plink2/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata --geno 0.02 --make-bed --out
test_geno

Individual Missingness (--mind)

PLINK 1.07

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata --mind 0.02 --out test_mind

PLINK 2.0

/home/mbgguest/PaschouWS/Software/plink2/plink --noweb --bfile
/home/mbgguest/PaschouWWS/dataset/GWASdata --mind 0.02 --make-bed --out
test_mind

Hardy Weinberg (--hwe)

PLINK 1.07

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata --hwe 0.001 --out test_hwe

PLINK 2.0

/home/mbgguest/PaschouWS/Software/plink2/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata --hwe 0.001 --make-bed --out
test hwe
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Ot pepovepEVOol, TPONYOVHEVOL IIOWOTIKOL €AEyXOl HIIOPOLV VA €KTEAEOTOLV
TALTOXPOVA O Pd EVIOAI] KAl VA IPOKOWYOLY OLYKEVIPOTIKA AIIOTEAEOHAT 1)/ Kdt
OLYKeVTPWTIKY opdda apyeimv bed, bim, fam.

PLINK 1.07 | Xwopigdnpovpyia tov apxeiov bed, bim, fam

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile

/home/mbgguest/PaschouWS/dataset/GWASdata --maf 0.01 --geno 0.02 --mind
0.02 --hwe 0.001 --out GWASdata_qc

PLINK 1.07 | Mednpovpyila tov apyeiov bed, bim, fam

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata --maf 0.01 --geno 0.02 --mind
0.02 --hwe 0.001 --make-bed --out GWASdata_qc

PLINK 2.0

/home/mbgguest/PaschouWS/Software/plink2/plink --noweb --bfile
/home/mbgguest/PaschouWS/dataset/GWASdata --maf 0.01 --geno 0.02 --mind
0.02 --hwe 0.001 --make-bed --out GWASdata_qc

22. AvdMoorn ovoyétiong evog SNP
[a mv extedeon pag Paoikng alnAikng doxipaoctag ovoxetiong yia eva SNP )
POPA HE TO PAIVOTLIIO, IANKTPOAOYOUE TV akOAovbn evtoAn:

PLINK 1.07

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile
GWASdata_qc --assoc --adjust --out assocl

PLINK 2.0

/home/mbgguest/PaschouWS/Software/plink2/plink --noweb --bfile
GWASdata_qc --assoc --adjust --out assocl
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H yprjon tng napapétpoo --adjust divetr evtoAn) oto plink va dropbaoet tig Tipeg p
(p-values) oo ipoxorrtoov amo 1) doxpacia ovoyétong. Emiong, avagepet xat tov
napayovia nAnbepiopov (lambda) oto apyeio log. Ot tpég p pmopoovv va
aretkoviotovy eite oto Haploview, eite xprjotponolwwvtag kdrmoto script (m.x. Python,
R).

To apyeilo .assoc mepiéxet T1g Tipeg T doxpaoiag ovoyetiong ywa kabe SNP. H
dopr| Tov powadet pe v akoAovbn):

CHR SNE BF Bl F R F AZ CHISQ P CR
1 r33094315 TAZ2429 G 438 B537 A 1.6084 J.1544 1.875
1 r340408l7 319135 G 1354 B537 A 1.111 0.2919 l.e78
1 rs slle 1043552 C 14187 7317 T 0.8278 0.3629 0.5507
1 r3%442335 113725 T 3723 4268 G 1. 5428 0.4613 0.7966
1 r=sl11260562 1205233 A 12174 13659 G 3424 0.5585 0.5852
1 rs6ecds0ed 1251215 C 3654 1.438 T 253 0.4686 0.8013
1 r33766la 156342 T 1771 0.08756 C 2.317 0.128 1.8591

To CHR 0nAwvet to ypopooopa xat to BP 1 0éon too SNP ndve oto
xpopooopa. To Al d6nAavel To Minor Allele xat to A2 to Major Allele. F_A xat F_U
etvat ot ovoyvotnteg tov Al otovg aoBeveig kat otovg paptopeg avtiotorya. CHISQ, P,

OR etvat ta anoteheéopata g dokipaotiag.

[a v aroktnon evog Imo DKOAOL OV AVAYVOOI) dpxeiov, propet va rpootedet

KAl N IAPApeTPOgG:

PLINK 1.07

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile
GWASdata_qc --assoc --adjust --pfilter 1e-5 --out assocl_filtered

PLINK 2.0

/home/mbgguest/PaschouWS/Software/plink2/plink --noweb --bfile
GWASdata_qc --assoc --adjust --pfilter 1e-5 --out assocl_filtered

To anotéAeopa amd v mpoobnkn tg napapetpov --pfilter 1e-5, eitvat 1o teAko
apyelo va neptexet povo ta SNPs moo eyoov p-value pikpotepn amo 10-5.

O napayovtag nAnOmplopov ovykpivel OAeg Tig Tpég p Hov amoxtrfnkav ano
doxipaoia pe Pdon 1o TL MEPIHEVAPE VA AIOKTIOOLHE. AV 11 TUHI) TOL IAPAYOVTA
etvat apketa peyalvtepn amo to 1.00 (>1.1), tote onpaivel nog elyape MePLOOOTEPES
arr’ ot Oa eppévape kat npémnet va to dropbaoovye.
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Tig meproootepeg @opég, o MANO®PIOPOG OTIG TIHEG P HPOKAAeiTal amod v
napovoia dagopetikov mAnboopmv oto id1o0 oet dedopevov. Ta enopeva Prpata

odnyoovv otn d10pbworn avTtov Tov IPOPALpaATOS,.

23. Awopbwon pe yprion AoyaptOpikrg maltvOpopnong

H pebodog g AoyapiOpikng maiivopopnong emrpénet I xprjon enurpoobetov
ovppetaPAntev otav ekteeotet 1) doxipaoia ocvoyetiong evog SNP pe to gatvororo.
Ot ooppetaPAnteg propovv va eivat eite ovvexeig eite Otakpirég. Avtr) 1 pebodog

elvat o eDENIKTI), AAAA TPEXEL ITIO APYA ATIO T1) PAOLKY] EVTOAL] —assoc.

H AoyapBpikr) maAtvdpopnor) exteAeitat pe v eVIOAL):

PLINK 1.07

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile
GWASdata_qc --logistic --covar {to apxeio tov coppetapAntov} --hide-covar
--out assoc2

PLINK 2.0

/home/mbgguest/PaschouWS/Software/plink2/plink --noweb --bfile
GWASdata_qc --logistic --covar {to apyeio t@v coppetaPAnteov} --hide-covar
--out assoc2

Ot ovppetaPAnteg mov Ba evoopatooovpe napayovtat ano 1o EIGENSOFT. T'a
va tpedet 1o npoypappa EIGENSOFT, to povo nov ypewaletat etvat pa tpada
apyelov yovotomkmv dedopévav (bed, bim, fam) xat éva apyeto parfile moo divet

T1g evtolég. To apyelo parfile £xet T dopr):

genotypename: GWASdata_pruned.bed
snpname: GWASdata_pruned.bim
indivhame: GWASdata_pruned.fam
evecoutname: output_pca.evec
evaloutname:  output_pca.eval
familynames:  YES

Ta enopeva Prjpata deiyvoov 1 Stadikaoia napaywyrng tov apyeioo .parfile xat
Vv extéleon AoyapOpikrg naltvOpopnong pe v evroAr] PLINK
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24. Twa ) Onpuovpyla g Tpuadag yovotomkmv dedopévev, Ba xpetaotel va
apawwoovpe to oet. H apaiwon yivetat pe eleyyo tov SNPs mov Ppioxovtat oe
avioopporria ovvdeong (Linkage Disequilibrium - LD pruning).

H napdpetpog --indep pewwver (prune) ta dedopeva Pdaon tov ovvieleotr)
draxvpavong minbwptopod 1 ovvieleotr) dloyKwoewg TG drakvpdavoemg (Variance
Inflation Factor - VIF). O VIF exgpalet 1o pubpd pe tov omoio aviaverdat 1)
draxdpavon evog extipn T Otav vrdpyet mohvovyypapwotnta. To VIF eivat oo pe:

VIF=1/(1-R?

Ormov R? eivat o moAam\og oovteheotr)g ovoxétiong yia éva SNP oe oxéon pe Oha
ta vrmoAoura SNPs.

H napapetpog -—-indep axolovbeitat amno tpetg aptBpovg, wg e<rg:

--indep n1 n2 n3

OII0L

nl: To mapabopo t@v SNPs, dnAadr) ta SNPs oo Oa eSetalovtat oe xabe Prypa.

n2: O apOpog t@v SNPs katda tov omotov petartomifetal to napdabvpo oe xabe
Prjpa.

n3: To kat®@At tov VIF.

Emiong, vnapyet n napdapetpog --indep-pairwise i omoia eivatl mapopola pe mv
IIPO1YOOEVT), OH®G, vIIdPXeL 1) Otagopormoinon ot Pacifetat pOvVo Oe YOVOTDITIKY
ovoyeTion (eoymv.

H napdapetpog -—-indep-pairwise akolovOeitat amno tpetg apifpove, wg eng:

--indep n1 n2 n3

OII0L

nl: To mapabopo t@v SNPs, dnAadr) ta SNPs oo Oa eSetalovtat oe xabe Prypa.

n2: O apOpog t@v SNPs katda tov omotov petartomiletal to napdabvpo oe xabe
Prjpa.

n3: etvat 1o kato@At r2. To péyebog avtd amotelet 10 PETPO OLYKPLONG PETASL dvO

SNPs, eva Sev etvat 0 MOAAAIIAOG OLVTENEOTI)G OLOYETLONG.

PLINK 1.07

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile
GWASdata_qc --indep-pairwise 50 5 0.1 --out pruning

PLINK 2.0

/home/mbgguest/PaschouWS/Software/plink2/plink --noweb --bfile
GWASdata_qc --indep-pairwise 50 5 0.1 --out pruning
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H extéheon tng mpornyobLpevng evIoArg éxetl oav amotéheopa Tt dnprovpyta dvo
apyelov, pe katainfelg .prune.in xat .prune.out.

To apyxeio pe xatainln .prune.in mepiexet ta SNPs mov 6ev Ppioxovtat oe
avicopporiia obvoeong. Zovenwg, etvat ta SNPs oo ypetalovtat yia ) oovexon g
peAétng.

To apyxelo pe xataAndn .prune.out mepiexet ta SNPs moo Pplokovrat oe
avioopporia ovvoeong. Emopévag, etvar ta SNPs noo pnopovv va napalngboov
aro 1o obvolo dedopévav, kabwg @aivetat va pnv mePLEYovy Yprotpn mAnpogpopia

yia T peAeTn.

25. T'a mVv npoPolr) Tov OXeTIKOV apxel®v oty o0ov mAnktpoloyoovpe:
Is
To amotéeopa etvatl va vmdpyoovv Ovo apyeia mov eivat pruning.prune.in xat
pruning.prune.out. To pruning etvat to ovopa tov apyetov, mov opiletat pe Vv

IAPApETPO --out

dimitris@localhost:~fworkshop/userl -8

Apyeio EmneEepyooia [Mpofoin AvalnTtnon Teppotikd BorfBsio

[dimitris@localhost userll]l$ 1s

assocl 107 .assoc mll
assocl_107 .assoc.adjusted [pruning. prune ot
assocl_ 107 .log summary . log

assocl .assoc summary_mafZ.bed
assocl .assoc .adjusted summary mat2.bim
assocl . log summary_maftz. fam
GWASdata_qgc .bed summary_maftz.log
GWASdata_gc.bim summary_maf.log
GWASdata_gc . fam summary missingl.imiss
GWASdata_gc.log summary_missingl.lmiss
ourparfilel .parfile summary_missingl.log
ourparfile.parfile summary_missing.imiss
ourparfile . parfile~ summary missing.lmiss
output_pca.evec summary_missing.log

pruning.log

26. Ta ) dnpovpyia tov oovolov dedopévav pe ta SNPs mov dev etvat oe
avicopporia oOLvOeon g, MANKTPOAOYOUE TV akOAovOn evToAr)

PLINK 1.07

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile
GWASdata_qc --extract pruning.prune.in --make-bed --out GWASdata_pruned

PLINK 2.0
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/home/mbgguest/PaschouWS/Software/plink2/plink --noweb --bfile
GWASdata_qc --extract pruning.prune.in --make-bed --out GWASdata_pruned

27. Anpovpyovpe to apyeio ourparfile.parfile minktpoloyavrtag (¢va ek tov dvo
EVIOA®V)

gedit | nano

Avotyel 0 Kelpevoypagog, orov NAnKtpoloyeite 10 akolovbo keipevo:

genotypename: GWASdata_pruned.bed
snpname: GWASdata_pruned.bim
indivhame: GWASdata_pruned.fam
evecoutname: output_pca.evec
evaloutname: output_pca.eval

familynames: YES

CTRL+O yuwa amnobfrkevor)

Atvoope TO ovopa:
/home/mbgguest/PaschouWP/userNR
/ourparfile.parfile

IMatape to mAnktpo ENTER

CTRL+X ywa ¢€odo

Em\éyoope 1o eikovidio: AnobBrikevon
Aivoope to ovopa: ourparfile.parfile
AtmioOnkevoope 10 apyeto oto @axelo
oo dovAevoovpe (userNR)

KAetvoope to npoypappa

28. ExteAeon tov mpoypdappatog EIGENSOFT wote va yivel DIONOYIOPOG TV
ovppetaPfAntov moov Oa xpnowpomowbovv otV eappoyry TG AoyaplOpikig
maAvépopnong.

EIGENSOFT

/home/mbgguest/PaschouWS/Software/ EIG6.0.1/bin/smartpca -p
ourparfile.parfile

29. Xpnowonowvtag v evtoAr] AWK 1o apyeio amoxtd v KataAAnAn poper)
oo arnattettat ano to plink.

awk

awk -F”:” “{print $1, $2}" output_pca.evec | tail -n +2 | awk “{print $1, $2, $3, $4,
$5, $6, $7}" > output_pca.covar
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30. Topa propovpe va extehecovpe T AoyaptOpikr) naltvOpopnon coOpP®Va pe
Vv IepLypagr) oto Prjpa 23.

PLINK 1.07

/home/mbgguest/PaschouWS/Software/plink107/plink --noweb --bfile
GWASdata_qc --logistic --covar output_pca.covar --hide-covar --out assoc2

PLINK 2.0

/home/mbgguest/PaschouWS/Software/plink2/plink --noweb --bfile
GWASdata_qc --logistic --covar output_pca.covar --hide-covar --out assoc2

31. ZOvoyn arnoteAeopaTOVvV

Avti va avagepoope pia peydAn Atota arnd SNPs mov éxoov ovoyetiotel pe 1o
(PAVOTLIIO, IO TA oroid 1 DAeloyn@ia PplokeTal oe avicopporia oOVOEON G, PEPLKESG
POpPEG elval MPAKTIKO va oovoyiletal T0 AIOTEAEOHA TV OOKIPACIOV CLOXETIONG,
opadonowwvtag ta SNPs oe ovooopatopata. Mmnopoope emiong va mapéyovpe Kat
TG YOVIOIAKEG OLVIETAYHEVEG MOOTE VA MAPOLHE MANPOPOPLEg yia Ta yovidia Iov
Bplokovtat otV mePLoxd).

32. Ano oV 10TOTOIIO TOL plink
(http://pngu.mgh.harvard.edu/~purcell/plink/dist/glist-hgl8) emAéyoope OAa Ta
otoryeta pe CTRL+A xat ot oovéxewa ta avrrypagoope pe CTRL+C

33. Anpiovpyovpe to apyeio MANKTPOAOYDOVTAG (EVd €K TV dDO EVTIOADV)

gedit | nano

Avotyel 0 KELPEVOYPAPOg

CTRL+V
Em\éyoope 1o eikovidio: AnmobBrikevon C,TRL+O yta anobrixevon ,
Atvoope TO ovopa:

Atvoope to ovopa: glish-hg18.txt
AtmioOnkevoope 10 apyeto oto @axelo
oo dovAevoovpe (userNR)

KAetvoope to npoypappa

/home/mbgguest/PaschouWP/userNR/
glish-hg18.txt

ITatdpe to mAnktpo ENTER

CTRL+X yia ¢€odo
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34. Extehovpe v akoAoobn evtoArn:

PLINK 1.07

/home/mbgguest/PaschouWS/Software /plink107/plink --noweb --bfile
GWASdata_qc --clump assoc2.assoc.logistic --clump-p1 1e-5 --clump-kb 500 --
clump-r2 0.05 --clump-range glist-hg18.txt --out clumping

PLINK 2.0

/home/mbgguest/PaschouWS/Software /plink2/plink --noweb --bfile
GWASdata_qc --clump assoc2.assoc.logistic --clump-p1 1e-5 --clump-kb 500 --
clump-r2 0.05 —-clump-range glist-hg18.txt --out clumping

35. T'a v npoPoAr) tov apyeiov clumping.clumped mAnktpoloyoovpe:
more clumping.clumped

To apyeilo clumping.clumped mov nipoxorrtet éxet ) dop):

CHR F SHP EP P TOCTAL NSIG 505 501 5001 50001 3FP2
g 1 rsl234564 15716326 5.01e-07 0 0 ] 0 0 0 HNONE
14 1 r2l205236 69831825 1.46e-06 0 0 ] 0 0 0 HNONE
2 1 rsl16331058 114547107 2.33e-06 3 0 Q 0 0 3 rs2366902 (1), ...
2 1 ra7559966 54902416 9.28e-06 4 0 Q 0 3 1 rz12538389 (1), ...
11 1 rs8031586 44633458 9.75e-06 1 Q a 4] o] 1 rs802328 (1)
12 1 rs12431413 30028246 95.8%e-06 o] a a 4] o] o] HONE
6 1 rs14366070 62091121 1.07e-05 1} 4] Q 0 0 0 HONE

36. T'ia 1o xAetowo tov apyeiov mov Avolle, MANKIPOAOYOLHE TO OLVOLAOHO:
CTRL+C

37. Ta v npoPoAr) tov apyeiov clumping.clumped.ranges m\nktpohoyovpe:
more clumping.clumped.ranges

To apyeto clumping.clumped.ranges moo npoxvrrtet €xet ) dopr):

CHR SHE F 1) BOS KB BRALMNGES

17 rz9944528 1.8927e-05 2 chrl7:77894039..77933018 38.979 [UTSZR,S5KIF,FLJ35767]
9 1rs17534370 1.8358e-05 1 chr3:70297172..70297172 0 [BGME]

11 rs12418173 1.965e-05 7 chrll:112102294.,.1121334792 31.185 [1]
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38. Ano 10 apyeio clumping.clumped.ranges em\eyovtar ta yovidia amo T
dela oA (xwplg Tig aykOAEG) KAl PETAPEPOVTAL PE AVTILYPAPI] KAl EMKOAANOL, O
éva veo apyeto, péoa oto paxelo userNR.

39. T\a 1o xAelowo tov apyelov MmMOL AVOlSE, MANKIPOAOYOVHE TO OLVOLAOHO:
CTRL+C

40. Ano ta amoteléopata tov clumping, propoovpe va eSayovpe ta yovidia xat
va eléySovpe av avijkoov oOe KAMOWI amd Td YV®OOTA HOVOIATIA KOTTAPIKOV
depyaotwv. Avtod yivetat TANKTPOAOY®VTAG:

awk ‘{print $7}' clumping.clumped.ranges | sed “s/[|[l/g” | grep -v ‘A% >
genranges

41. Avdaloorn povonatiomv
A6 ta amotedéopata Tov clumping, pmopobdpe va e§dyovpe ta yovidla Kat va
e\éySovpe av aviKovyv 0g KATIOW arlo Td YVOOTA HOVOIIATIA KDTTAPIKADV dlepyaot®y.

e avto Ba pag Pondnoovv tpia Swadiktoakd epyaleta:

- DAVID: david.ncifcrf.gov
- PANTHER: pantherdb.org
- ToppGene: toppgene.cchmc.org

DAVID Bioinformatics Resources 6.7
National Instity Bargy and Infectious Diseases (NLAID), NIH

Tools Technical Center Downloads & APIs  Term of Service Why DAVID?  About Us

Shorteut to BAVID Tools Recommending: A paper published m Nature Provocols describes step-by-step procedure to use DAVID!
Wilkours ts DAVID 67 |
Search |
. 2003 - 2015

=) What's Important in DAVID?

The Dmabase for Annotation, Visualiration and
Integrated Discovery (DAVID ) 6 7 is an update to the
suth vermon of our ongunal web-accessible proprams.
DAVID now provides a comprehensive set of functional B Ml eatisn i

tools for to tiological o pre buile Affmetrix and Numing
meaing behind large list of genes, For any given gene
sz, DAVID tools are able to:

® Cuareni (v &.7) release note

= New requuemnent to cite DAVID
s 1Ds of Affy Exon and Gens arrays suppored

» Enhanced caleulaung speed

o Identify enniched biological themes, panicularly GO £ Statistics of DAVID
termis
& Duscever enriched functional-related gene groups DAVID Bioinformabc Resources Cilations.
& Chaster recundamt annotation terms e
F Visualize genes on BioCana & KEGG pathway
maps

¥ Display related many-genes-to-many-terms on 2-D
view,
B Search for other functionally related penes not in the
Lisg
& List interacting protens
& Explare gene names in batch
& Link gene-disease associations. I
S Haghlgist pevéain teactioesl. jocina s miotifs 2004 5 2000 7 2008 B 2010 11 2012 13 F0t4

& Redirect 1o related literatures
¥ Conven gens identifiers from one type 10 another.

& A Tlenoa: — 130 7
And more » Daily Usage: ~1200 gene lists/sublists from

~400 unique researchers.
» Total Usage: ~800,000 gene lists/sublists

-_T = o from =5,000 research mstnutes world-wide

Screen Shot 1 Screen Shot 7 Screen Shot 3
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Cene List Analysis
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PANTHER: pantherdb.org

Gene|

ToppGene Suite

A one-stop portal for gene list enrichment analysis and candidate gene prioritization
based on functional annotations and protein interactions network

+ ToppFun Transcrpiome onloiogy, phesctype. profecme. And phammaccme Beectabon Saned gene kst funchonsl ennchment snays.
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ToppGene: toppgene.cchmc.org

H avdlvon povonatiwv Ponbael va eetaooope tm) Proloyikn) onpaocia tov
ATIOTEAEOPATOV [LAG, GOTE ALTA VA YIVOLV KATavontd.
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