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Me Tnv aApaTtwdn TeXVOAOyYIKr €EEAIEN TWV TEAEUTAIWY XPOVWYV, £XOUV augnoBei
BeaUATIKA OI YEVETIKEG MEAETEG MEYAANG KAiakag. H o diadedopévn uéBodOog
gival n MEAETN OUuOXETIONG O€ €TTTTEDO YOVIDIWMATOG, OTNV OTToIa YiVETQI
TPOOTIABEIN CUOXETIONG KOIVWV  TTOAUMOPQIOPWY HE €VO  OUYKEKPIUEVO
@eaivotutro. O1  peAéTeg  auTég  OIEKTTEPAIWVOVTAlI  PEOW  YOVOTUTTIKWV
TTAATQOPUWYV, Ol OTTOIEG KAAUTITOUV PEV TTOAUUOP@ICHOUG 0 OAO TO yovIdiwua,
aAAG Ox1 o€ peyaAn TTukvoTnTa.  [MNa va augnBei n ékTaon NG KAAUYNG Twv
TTOAUMOPQIOHWY, XpnoidoTtrolouvTal uéBodol TTPORAEWYNS TTOAUPOPPICHWYV
(imputation) TTOU [BpiokovTal O€ QVIOOPPOTTiIA OUVOEONG HE  TOUG
TTOAUMOP@IOPOUG TTOU yovoTuTtrouvTtal. H TTpoBAswn yivetar pe  TTAaiolo
avOQOPAG OUYKEKPIYEVEG PAcelg OeDOMEVWV TTOU TTEPIEXOUV YOVOTUTTIKA
dedopéva uwnAng TTukvoTnTag, e Kupia Bdon 10 1000Genomes. 2Tnv £peuvd
Mag dokigaloupe TNV akpipeia NG TTPORAEWYNSG TWV YOVOTUTTWV OEIYUATWV
NoTiosupwTTaikAG Kataywynsg. Q¢ PAPTUPA  XPENOIMOTIOINCOUE YOVOTUTTIKA
oedopeva 555 delyudTwy NOTIEUPWTTAIKAG KATAYWYNG, ME TNV TTAEloWn@ia va
Katayetal amd TNV NTEIPWTIKA Kal vnolwTik EAAGda, o eupog 2.300.000
TTOAUMOPQIOHWY. ZUYKEVTPWOANE TTANPOPOPIEC aTTd HIa gupeia TToIKIAIa aTTd
EUTTOPIKEG TTAATPOPUEG YOVOTUTINONG TIOU XPNOIYOTIOIOUVTAl OUXVA OTIG
MEAETEC OUOXETIONG KAl OTTOMOVWOOWE  TOUG  OAANAETTIKOAUTITOMEVOUG
TTOAUPOPPIOOUG. XpNOIYOTTOIWVTAG TOUG AAANAETTIKOAUTITOPEVOUG
TTOAUMOPQIOUOUG  KABe TTAQTQOPHOG Kol PE  TTAQICIO  ava@opds  Toug
EupwTtraikoug mAnBuopoug IBS, TSI kai CEU tou 1000Genomes, KAavaue
TTPOBAEWN TwVv YOVOTUTTWV KAl TOUG OUYKPIVAPE WE TOUG YOVOTUTTOUG
Bpiokovrav  oTa  apxik@ dedopéva  pac.lla TG avaoAUoEIG QUTEG
xpnoliyotroinenkav ta Aoyiouikd BEAGLE, SHAPEIT, IMPUTE kai PLINK. Ta
ATTOTEAEOUATA PAG AIOAOYOUV TNV IKAvOoTNTA TWV EupwTtrdikwyv TTANBuouwyY
Tou 1000Genomes va TpoBAéWoUV  TOUG  YOVOTUTTOUG  BEIyUATWV
NOTIOEUPWTTAIKAG KATaywyng, Kai €10IK& EAANVIKAG. Ta arroteAéopatd pag
MTTOPOUV va KaBodnyrnoouv Kal va Quénoouv Tnv agloTTioTia YoVISIWHATIKWY
avaAUoewv.[Me ouyxpnuatoddtnon amoé tnv Eupwnaikl Evwon (Eupwraikd
Kowwvikd Tapeio) kot eBvikoug mopoug oto mAaiolo tng mpaénc APIZTEIA |l (4386:
GENOMAP.GR) tou Emepnolakou Mpoypdppoatog «Ekmaidevon kat Awd Biou
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With the leaping technological advances of the new genomic era, we have
witnessed an impressive increase in the numbers of large-scale genomic
studies. The most common analytical method is the genome wide association
study, in which a multitude of common polymorphisms that span the entire
genome are tested for association with a specific phenotype. These studies are
conducted by means of genotypic platforms, that cover genome wide
polymorphisms, although not in full density. To increase the density of the
polymorphisms, state-of-the-art methods of imputing the missing genotypes,
through means of linkage disequilibrium, are employed. The imputation process
is based on a reference panel that contains high-density genotypic data, with
the most complete available one being the 1000Genomes project. In our study
we test the accuracy of the imputation processes on samples of South-
European ancestry. As comparison base we used genotypic data from 555
samples of South-European origin, with the majority being from mainland and
insular Greece, genotyped on 2.3 million polymorphisms. We gathered data
from a variety of commercial genotyping platforms that are used commonly on
genome wide association studies and we extracted the genotypes that
intersected with our original data. Using the overlapping data, we imputed
polymorphisms using the IBS, TSI and CEU populations from the
1000Genomes project and we compared them with the full original dataset. For
our analyses we used the software BEAGLE, SHAPEIT, IMPUTE and PLINK.
Our results evaluate the suitability of the European populations of
1000Genomes as reference panels for imputation on South European samples,
and especially of Greek origin. Our results can guide and increase the fidelity
of genomic analyses based on samples of South European origin. [Supported
by ARISTEIA 1l grant to PP (4386 - GENOMAP.GR). Operational Programme
“Education and Lifelong Learning”, co-funded by the European Union
(European Social Fund) and national funds]



