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MEPOZ 1°: BAZEIZ AEAOMENQN

EZOIKEIQzZH ME TH BAZH AEAOMENQN ENSEMBL

H oAokAnpwaon tng xaptoypddnaong tou avBpwrivou yovidltwpatog to 2001 [International Human
Genome Sequencing Consortium (2001), Initial sequencing and analysis of the human genome, Nature 409:860-
921 kat Venter et al. (2001), The sequence of the human genome, Science 291:1304-1351], KOOwG Kal N
Aentopepng kataypadn Twv MapaAAaywv Tou [International HapMap Consortium (2007), A second
generation human haplotype map of over 3.1 million SNPs, Nature 449:851-861], CUVETEAEOE KOOOPLOTIKA
otnv avamntuén evog mAnboug Bacewv (yevetikwy) dedopévwy Tou Aeltoupyolv wg amoBetrpla
oUAN\OYNG KOl WG HECO ETUKALPOTIOINGNG TNG ouvexwe aufavopevng mAnpodopiag amd tnv
napaywyn VEwv SeSopuévwy.

Oplopéveg Baoelg Sebopévwy €xouv peyalo gVPOG Kal UKpO Babog (my €xouv SeSopéva yla
HOKpOUOpLa Kol TTOAAOUG OpYAVIOUOUG, aAAG XWPLG EAVTANTIKEG AETITOUEPELEG VLA TO KAOE €val)
Kol AAAEG €XOUV ULIKPO VP0G Kal peyado Babog (my locus-specific databases, Baoelg dedopévwy
ylo CUYKEKPLUEVOL yovidla/voorpata i opyaviopoug, ka). Mia efalpetikd SnuodiAng Baon
bdebopévwy ou xapaktnpiletal and peyalo eVpog Kal peyaio Babog mAnpodopiag (av kat oxt
e€avtAntiko) eivat n Ensembl (https://www.ensembl.org/index.html). Eéw, pmopolue va
avtAnooupe Anpodopieg yla to yovidiwpa tou avBpwrou, pe to omoio kat Ba acxoAnBouue
otnv doknon autrh, oAAQ Kal €vOG UeydAou aplBpol AAAWV OpYyavICUWV (TTPOKOPUWTLKOL,
EUKAPUWTLKOL), ocupmeplAapBavopévwy Kal OAWV TWV E€PYACTNPLOKWY opyaviopwyv. H Baon
6ebouévwv Ensembl ekivnoe tn Acttoupyila tg to 1999 kal amoteAel ocuvepyaocia Tou
European Bioinformatics Institute (EBI), Tou European Molecular Biology Laboratory (EMBL),
kat Tou Wellcome Genome Campus (WGC) oto Hvwpévo BaaoiAelo.

MepAnmtika, n PBaon Sedopévwv Ensembl, otnv omoia Ba mAonynBoUue, pe mMpOTUTIO
0pYyOaVLOUO ToV AvOpwTTo Kal To Yovidiwuad tou, pog divel mAnpodopieg yia:
(avadépovtal Ta mAéov Baolkd oTolyela)

XPWHOOWHOTO KOl CUVTETAYUEVEC KAOE XPWHOOWHOTOC

Fovidla kat yeveTikoug tomoug (emimedo gDNA)

Metaypada yovidiwv (emimedo mRNA, cDNA)

Mpwteiveg mou KwdikomolouvTal amnod ta yovidia

Fovidla rmou Sev kKwdkomoloLV MpwWTEiveg

Weuboyovidia (yovidia mou dev ekdppalovral)

PuBuLoTtika otolyeia (o€ UTTOKLVNTEG, EVIOXUTEG, KATT)

MNapaAlayég tou yovidiwpatog (SNVs, CNV, etc) kal KatayeypaUUEVEG CUXVOTNTEG
Avicopportia cuvdeong oe Sladopetikol TANBUCUOUG

LN EWNE


https://www.ensembl.org/index.html
http://www.ebi.ac.uk/
https://www.wellcomegenomecampus.org/

10. EpyoaAeia avaAuong tou yovidlwpatog (BLAST, BioMart, VEP, epyaieia dpuloyéveong)

L

NoapaBetoupe €va link pe ekmatbeuTiko UAKO pe Tn popdn tutorial yia émolov evbladepetat va (]
avatpéEel Kol PEAAOVTIKA ylo va e€olkelwBel mepattépw PeE TN Xprnion tng¢ Baong kat TG

TIOAAQTAEG SuvaTOTNTEG TNG: https://www.ensembl.org/info/website/tutorials/index.html

Npaktikd MEpocg

MetaBeite otnv oapxwkl oeAiba tou Ensembl kot em\éfte tn  oeAida:
https://www.ensembl.org/info/about/species.html yiwa va 6&eite tnv mAnpn Alota twv
SlaBéopwy yoviStwpatwy ota {wa. Na TG Katnyopieg GAAWV OpyavIoUWY UTIAPXOUV OL
avtiotolyeg «adehdég oehidec» Ensembl Bacteria, Ensembl Fungi, Ensembl Plants kot
Ensembl Protists. Em\é€te ‘Human’ yla T0 avBpwrvo eldog
(https://www.ensembl.org/Homo sapiens/Info/Index) kot otn ouvéxela emAé€te Ta
napakatw links (oTo pevou ota aplotepd tnG oeAidag):

e ‘Genome assembly: GRCh37’ kal ‘View Karyotype’: Tt mAnpodopie¢ maipvoupe amod
auta ta links yia To avBpwrivo yovidiwpa?

e EmotpéPte otnv apxikr oeAida kal emAé€te Twpa ‘Example region’: TL mAnpodopieg
UTOPOU LE VOL OVTACGOULE OO TNV QTIELKOVLON AUTA?

EruotpéPte otnv apxkn oeAidba kot mMAnKTpoAoynote 1o yovidio AIP. EmAEETE TNV TTpWTN
emtloyi AIP (Human Gene) - Ailvetat kat o amneubeiag ouvdeopog:
(https://www.ensembl.org/Homo sapiens/Gene/Summary?db=core;g=ENSG00000110711,;
r=11:67468174-67491154)

e [lolo eival to mMARPeG 6vopa tou yovidiou? EXEL CUVWVULEG OVOUQOLEG?

e Je molo Xpwpoowua edpaletal to yovidlo AIP kal méoco pnkog (oe base pairs — bp)
kKataAapBavel oto XpwHoowpa? Tig MANpodopIleg QUTEG UMOPELTE EVOAANAKTIKA VOl TLG
Bpeite amnod tnv kaptéAa ‘Location 11: 67,468,174-67,491,154’.

e [Nooa petaypada €xel? Exel evalhaktikd petaypada (splice variants)?

e [olo eival To pAKog Tou(twv) petaypadou(wv)? AvtidapBaveote t dladpopd ety
UNKOUG yovidiou Kat uikoug petaypadou?



https://www.ensembl.org/info/website/tutorials/index.html
https://www.ensembl.org/info/about/species.html
https://www.ensembl.org/Homo_sapiens/Info/Index
https://www.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000110711;r=11:67468174-67491154
https://www.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000110711;r=11:67468174-67491154

Matiote oto link Chromosome 11: 67,468,174-67,491,154 forward strand: e moia
KUTTAPOYEVETIKN {Wwvn TOU g OKEAOUG TOU XPWHOOWHOTOG Ppioketal to yovidlo A/P? mmme—
Avadépete pepkd amd ta yovibla otnv idla meploxi mou yettovevouv pe to AIP. (1)
Kwdikomololv OAa ta yewtovika yovidla mpwteivec? Kdavete zoom in ywa va Oeite

QVOAUTIKOTEPOQL.

AdoU emiotpéPete otnv mponyoupevn oeAida, matiote to link Transcript ID
(ENST00000279146.8): Ano mooa e€wvia Kol mOca LVTpovia anoteAeital to yovibio AIP?
Motog kKAwvog tou DNA (+ 1} -) kwSworolei to yovidio?

Itnv aplotepn mAeupd tng oeAidag, matnote to link Exons: ESw PAEmete tnv akppn
akohouBia tou DNA tou yovidiou og e€wvia Kat vtpovia (KwdlkewV KAwVOG povo). Molo
elval To peyaAUTePO €EWVLO KL TTOLO TO HEYAAUTEPO LVIPOVLO?

21N OUVEXELQ, TATNOTE akpLBwG amod katw oto link cDNA: MNa mowo Adyo ta VoukAgotidia
OTNV MPWTN OELPA TAPOUCLALOVTAL KOL UE UITAE KOL PE HOUPO XPWHO, EVW TIPOKELTAL YLOL TO
i6lo cDNA?

Na Bpeite TL Baoelg untdpyxouv otig B€oelg Tou cDNA 47, 112 kat 403.

Ma 1molo AOyo KATOLEG BACELG eMIONUAivOVTaL HE KITPVO Kal mpaaoivo xpwua? Noca SNPs
€xeL to AIP otnv Kwdikn tou meploxn? H emthoyr) Variant Table oto pevou aplotepa (katw
ano to Genetic variation) amokaAUmtel mMAnpodopleg yla OAEC TIC KATAYEYPOUMEVEG
napaAAayEC Tou yovidiou, TIC omoleg umopeite va PIATPAPETE MEPALTEPW XPNOLULOTIOLWVTAG
Ta OIATpA EMAVW OO TOV CUYKEVIPWTLKO Tivaka. Moéoeg omavieg mapailayéc (Global
MAF=0-0.08) mou &eival emiBapuvtikég yla tnv npwteivn AIP (SIFT=0-0.3 kat PolyPhen=0.7-
1) aviyvevovtal? Ti eibouc mapalayeg eival?

O¢éote niow ta PpiAtpa otig Default Tipég katl emidé€te oto Ppidtpo Consequences va pnv
eudavidovral ol mapaA\ay£EC OTA LVTPOVIA. 3TN OUVEXELA KAVIE KATNyoplOToinon Twv
6ebopévwv Ttou Tmivaka (sorting) Baost tou Consequence Type HE TIC COPBAPOTEPEG
napoAlayEg va epdavilovral mpwtes. T eidouc mapaAlayEg eival kot TL Anpodopieg
naipvoupe? MNapatnpnote nwc LeTaBANAETAL N KOTNYopLlomoinon Twy moapaAlaywyv Kobwg
«kotePfaivoupe» MPOC TO KATW OTOV TIVAKOL.

. Matnote oto pevou aplotepd to link Protein: Ano mooca apwvoéea anaptifetal n mpwteivn?
ESw BAénete tnv akplPBr) akoAouBia tng mpwteivng. MNa molo Adyo evaAddcoovtal ta
OULWVOEEQ O UMAE KOl HAUPO XpwHO? Oa UMopoUsE va CUUPWVEL AUTO HE T UITAE KOl
pHoUpeg Baoelg tou cDNA?


https://www.ensembl.org/Homo_sapiens/Location/View?db=core;g=ENSG00000110711;r=11:67468174-67491154
https://www.ensembl.org/Homo_sapiens/Transcript/Summary?db=core;g=ENSG00000110711;r=11:67433704-67525627;t=ENST00000279146

11.

210 pevoL aplotepd, otnv emthoyn Protein Information, em\é€te Protein Summary: Molo
elval to poplakd Bapog (oe kDa) tng mpwrteivng mou ekdpaletal amd to AlIP? ito
npoPAenopevo povtédo AlphaFold mowo apwoél Bpiloketal otn Béon 14 kal o molag
pHopdng deutepotayn Soun evioniletal?

12.

Evtoniote otn Alota mapallaywv kKol eMAECTE AUTAV PE TO Ovopa rs104894190. MNoleg
elvat oL mMAnpodopieg mou naipvoupe?

13.

Molwa eivat n ouxvotnta tou rs104894190 ce Sladopetikoug MAnBuouoUg Tou project
gnomAD? Mwg epunvevetal OTL a  mapaAdayrn mapatnpeitat o€ mAnBuopolg
OUYKEKPLUEVNG YEWYPOPLKNG TIEPLOXNG, AANA OXL o€ MANBUGHOUG AAANG?

14.

MAnktpoloynote twpa tnv mopaAlayn rs11823597. MMoiwa eival n ouxvotntd tng Of
Sladopetikoug MAnBuopolg, Onwe £xel Kataypadel anod StadopeTikd projects avaluong
TOU avOpwWILVOU YoVISLWHaToG? TL mapatnpeite?

15.

EruotpéPte otnv apxkn oeAida tng ouyKekpLUEVNG TtapaAlayng Kal eTUAEETE TO €lkoviblo
yla to Linkage Disequilibrium. EmiAé€te kamolov mAnBuopo yia mpoBoAn, yla mapadsypa
Tou¢ Kaukaoloug-CEU amd to 1000Genomes_phase 3. Itnv emidoyn ‘Variants in high LD’
BAémete TO amotéAeopa TG WOYuprg ouvdeong (ywa r?, D’ >0.8). AOKWAOTE Kol TOUC
AdpikavoUc-ACB, TL mapatnpeite?

16.

17.

Mmnopeite va deite tnv ypadikn avamapdotacn tou LD emidéyovtag View plot ) katl os
niivaka, emAéyovtag View table, omou yivetal mapouvaciacn tou LD ava {evyn mapallaywv
(pairwise comparison).

Kal twpa £ekvriote amod tnv apxn kot {ntnote to yovidio BRCAI. Emé€te to mpwrto link
BRCA1 (Human Gene). — Aivetal kot o aneuBeiag oUVOEoUOG:
(https://www.ensembl.org/Homo sapiens/Gene/Summary?db=core;g=ENSG00000012048;
r=17:43044295-43170245)

Tl SLadpopeTikd mapatnpeite o oxéon pe to AIP?



https://www.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000012048;r=17:43044295-43170245
https://www.ensembl.org/Homo_sapiens/Gene/Summary?db=core;g=ENSG00000012048;r=17:43044295-43170245

