NEPIAHYH

Ta televtaio ypévia o1 peréteg ocuvoyéniong oAdkinpov yovidiopatoc (Genome Wide
Association Studies, GWAS) £yovv avadeicer mheiddo yevetuk@v mapalilay®v (genetic variations)
mov oyetiCovial pe tov Kivéuvo eppaviong dgopwv acbeveldv cvpmepiapfavopdévon Tov
xapkivov. Ta poxpd pn kodikdé RNA petdypaga (Long non-coding RNA trantranscripts,
LncRNAs) katéyovv onupavtikovg pubpiotikovg porovg omyv maboyéveon moilov voonmudtov
Kabdg epmigkovion oy pUBUIET NG YOVISIHKNG EKOPAOTG GE ETIYEVETIKG, HETAYPUOIKS KOl HETA-
Hetaypagiko eminedo. H didyvoon tov yohayyeiokapkivopatog (XK) anotelel ovyvd mpdxinon
eCartiog ™ EAAEyYng EIKOV GUUTTONATOV (E181KG 6t TPMIME 6TAd) Ko TG ARG
a8OMOTOV SlyveoTIKOV Prodeiktdv pe kavomomtiki edikoTTo ket gvoctneia. Tvvemde,
VLAPYEL EMEIYOVOR GVAYKT Y10 SYVOOTIKG EPYUAEIX TOV UTOPOVY VO EMTPEYOLV TV EyKaip
aviyvevon kapkivov. To mpétumo éxgpaone twv LncRNAs otig kuttapikéc ceipég XK KUl 0TOUC
avBpOmvoug 16T00¢ SluQEPEL GNHAVTIKG and ouTd o€ un Kakoffn opoidyoue, vrodnidvoviag 6Tt
0 TPoPid Ex@paone mov eivon ewdikd ywe o XK O propodouv va ypneporombodv yi myv
avantogn SleyveoTikOV epyaisinv. Etopévic, 6tdyog g mapodoac pekémge sivar va diepeuviost
™ ovoyétion petald IncRNA molvpopgiopdv ket tov kivduvo exdniwone XK kot va copfaler
OTNV KATavonoT) oV TadoQuoioloyIKOV UNYavIGH®OV TOD GUUUETEYOVY 6TV EKSHAMGT TS VOGO,
["a 10 oxond avtd Ba mpaypatomomBel perétn TANOLGHOD UGOEVOV-HOPTOPOV KAl YOVOTOMNOT TV
TOAVHOPPIoHAOV  HOoVOD  vovkigotidiov (single nucleotide polymorphisms. SNPs), kat 7o
cvykekpipéve tov 15920778, rs4759314 kar rs7958904 HOTAIR (Hox transcript antisense

intergenic) o€ deiypa 0pod aipatog and acbeveic pe XK ko vyeic papropec.

Tpweine TvpPovievtiky Emtpomn:
["'e®pyloc Ocodmpomovioc, Kabnyntic

['edpyroc Zoypagoc, Kabnynmic
Mapia I'alovin, Kabnyitpu




SUMMARY

Recently, Genome Wide Association Studies (GWAS) have identified a variety of genetic
variations implicated with increased risk for disease development, including cancer. Long non-
coding RNA trantranscripts (LncRNAs) play major roles in various human diseases, by
regulating gene expression at several levels (epigenetic, transcriptional and posttranscriptional).
The diagnosis of CCA can be very challenging especially at an early stage due to a) the lack of
credible tumor markers with acceptable sensitivity and specificity and b) the presence of non-
specific symptoms. Therefore, there is an urgent need to identify novel diagnostic tools in order
to detect CCA in an early, potentially curable stage. The expression pattern of LncRNAs in CCA
cell lines and in human tissues differs significantly from that in non-malignant homologues,
suggesting that CCA-specific expression profiles could be used to develop diagnostic tools.
Therefore, the aim of the present study is to investigate the association between IncRNA
polymorphisms and CCA risk and further contribute to the understanding of the
pathophysiological mechanisms involved in the manifestation of the disease. In light of the
above. we aim to conduct a case-control study by comparing genotype frequencies of HOTAIR
(Hox transcript antisense intergenic) single nucleotide polymorphisms (SNPs) between CCA
patients and healthy controls in peripheral blood samples. More specifically, we will investigate
the following SNPs: rs920778, rs4759314 and rs7958904 HOTAIR.
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