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IepiAnyn

H Ensembl eival éva project mou ouvioctatal otn onuiovpyla
Baoeswv dedouévwev  VIia To  yovidiwua omovOUARTOV KAl  AAADV
EUKXPUWDT LKOV oPYOV LOUOV , KaBLoTOvVIAC OAN nv nAnpopop o
eAeUBepa mnpocofdolun péocw OLadLlkTtUou. H ouvexHg euedvion VEWV
YOV LOLak)Y Oedouéveyv éxXel wC OUVEIE LA TNV ovoavéwon Tou project
oe meplodLlkd KUKAO TPLOV meplimou unvodv kol tnv dnuooisuon pLac

KalvoUpLag éxdoonc tng Ensembl

OL dLapopéc ovaueooa oe Oduo dLadoxlkéc exddoelc umopel va
caeopoUv In dnuiouvpyioa prag PBaong dedouévev  yvia  Eva  VEéo
opyovioud ,Inv oavoavéwon Ing mAnpoeopliag yia évoav Adn undpXxovio
opyavioud xrabOdC KAl TNV OpooOAKn/oavoaudpewon TV £pyodelwv 1ng
dLad LKTUAKNG TAXTeOpuag ToUu Project.

SkomdCc oUTAC 1TNC OLIIMAOPOT LKAC egpyaciag elval 10 RATOypU®On
CUYKEKPQLPEVOY oAAay®V T1ou oxetilovial pe 10 vyovidlopa T1ou
aVOPOTOU KL TOU TOVILKLOU amd Inv updtn €éxdoon 1ng Ensembl
Héxpl TNV TeAevutala , KAOOC KoL 1N oUIOUOTIN QAVOVEWON oUTOU TOU
LOTOPpLKOU kKat& Tn Onuocieucn pLag peAAOVILKAC ékdoong. To eUpocg
TOV OAAAYOV TIOU KATAYPXEOVTUL a@opd KUPIWC TA aVAyVOPLOT LKA TV
Yovidlwv KAl TOV HETAYPAQWV .

'l nv enlitevuén ToUu noapoandve  otdXou  udomoLndnroav - dUo
gpapuoyéc. H mpdtn efumnnpetel 1nv eUpeocn ToU LOTOPLKOU evdg ID
eILOTPéPOVIOC TA IDs ota omola aviliotolXxel otnv tpeéxouoa £xkdoon
Ing PR&onc kol n de€Utepn, Inv €idpuln dedouévev vy’ autd To IDS
and 1nv teAevtalia éxkdoon 1ng Ensembl

O ouvduooudc Twv dUOo AUIOV UAOIOLNoewv céunnperel 1o €peuvniLlkd
KOoLvd ,KOBOLOTOVIOC TLO €UKOAN INV aVOVERON TV €pyoaielov 1mou
Baoilovtal o100 project 1ng Ensembl (xpnoitpomoldviag ta stable
IDs) xaBdhg xoal tnv €&dpuén mAnpogpopiag via xk&mnolLo ID mou £€xel
TLOovOdc xrotapyndel 10O éxel oAA&Eel ovAueoca OTLC dLUPOPETLKECQ

exddbdboeLC.



Abstract

Ensembl 1s a project that consists of producing genome
databases for vertebrates and other eukaryotic species and
making this information freely available online. As a result of
Molecular Biology and Technology development, new data are
being produced 1in a daily basis, therefore, a new updated
version of Ensembl is released on an approximately three-month
cycle .The difference between two Ensembl Releases may refer to
building a database for a new species , updating a species
already existing database and introducing or retiring features
in Ensembl website and API. The purpose of this thesis is to
document specific changes that have occured since the first
Ensembl Release and are associated with human and mouse genome,
such as the automatic wupdate of this record in a future
release. The extent of the changes recorded ,is foremost about
changes concerning Gene and Transcript Identifiers. Two
applications were developed in order to achieve this. The first
one 1is looking into the history of an archive ID, returning a
list of current IDs that it has been mapped to ,while the other
application is a data mining ©process ,extracting data
concerning these current IDs from the Ensembl Database. The
combination of these two implementations 1is referred to the
research community, making it easier to update tools based on
the Ensembl Project or extract information for retired or
updated IDs.
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1.Baoitkég BiLodoyLkég EvvoLeg
1.1 To DNA kol 10 MovIiéAo Tng ALOAAC EALKOC.

To RKUTTOPX OLOKPIVOVIXL O TPOKAPUMT LKY KAl €UKAPUWT LKA.

e To MPORAPUMTLRA KUTTopx, T kUttapa Twv PRaxkinpleov, elivatl
HLKPpOU OxeT K& HeyEOBOUC KoL 1 TAXCUAT LKA Toug upeulpdvn
nepLB&AAAETOL ard éva  okANPd  KUTToplkO  TOolXwuo. PHa )
cowTeEP LK TV IPOKAPUWT LKAV KUT T&PWOV dev unépxe L
OPYOVOUREVOCQ TUPHVAC AN (SR doun xpowuat ivng, 10
VOUKAgOoe LOEC.

o T EUKOPURDT LKA KUTTOPO xoapaxrtnellovial amnd ocaen
dLapopornoinon TOU KUTTUPOTNAXCUATOC (RUTTAPLKE opyoavidio:
pLrtoxévdpLa, XAwpomnAdoteg, evdonAoouatLlkd Olxrtvo K.&.,
KUTTOP LKOC OKeAeT1dg). To yevetrlkd UALKO TV £UKAPUWDT LKOV
KUTT&pwV dlaxwplletal amd 1o KUTTAPOIANOUN e TOoVv mupnvikd

ehxrero. [1]

OL opyoviocupol mmou €XOUV TPOKUPUWTLKE 1 €UKXPUWTLKE KUTTOPO

¥opokInel{ovial wC MPOKAPUDNTEC 1 €UKAPUOTEC ovI({OTOLXX.

1.1.1 Aoury tou DNA

To de(o)otupLPo(lo)vourAel (vL)xd 0&U (Deoxyribonucleic acid -
DNA) eival éva paxkpoudplo mou amoTeAeliTal amnd voukAecotidlLa ,
kaBéva anmd ta omola ouvictatoal omd pla mevidln, 1n decofuplPdin,
evouévn pe upla ewopoplrl oudda kol upla alwtoUxo Rdon (adevivn
(A), vyouavivn (G), xutoocivn (C) koL Ouuivn (T)).

IIPOKOPUDTEQ EUKOPURTEQ
KUKALkO DNA o100 KUTTUPOTANCUX vpouuLlkd DNA mou oxnuotidlel
XPWHOOHUATH OTO €0WTEPLKO TOU
TuUpnva

Divaxkag 1.1: Tpokoapudteg - EukapudTteg : AlLogopd oto DNA
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Eitxkédva 1.1: H popeny tou voukAgotldiou xal o 3’-5" owopodlecteplkrdQ
deoudg

Ta VOUKAgOTIdLa ev@vovioal PeTAEU TOUC e OUOLOMOALkKS decoud. O
deopdg autdg dnuioupyelital petaéd tou udpofuAriou tou 3' &vBpard
Tng mnmevidlng (Tou TPOTOU VOoukAgoT Ldlou) KoL TNg OWOEOPLKAC
opuddoacg mou eilval ouvdedeuévn otov 5' dvBpaxra Tnc nevidinc (Tou
enduevou  VoukAegotTLdlou). O degopdbc autdg ovoudkletoar 3'-5"
PwoPodLecTepLlkOC .To IPOTO VOUKAEOTI(OLO PLAC TTOAUVOUKAEOT LOLKAC
aAucidac éxel mbvita upla eAelbepn owoeoplkh oudda ocuvdedeuévn
otov 5' &vBpaka Tng meviddng TOU KL TO TeAgUTAlo VvoukAgotidlo
NG éxel e€AeUBepo TO UdPOEUALO ToUu 3' &vbpaka Tng mevidlng Tou.
T'taa 1O Adbyo oautd, oavopépetal OTL O TOPOCAVATOALCUOC INC
TOAUVOUKAEOT LD LKAC aAucidag elival 5'-3" . (BEixdva 1.1)



1.1.2 IoctoplLk&

OL RLoAdyol 1Tnc dexoetlac Tou 1940 duoxkoAeUoviayv vo amodeXtoUv
To DNA g veveTlkd UALKO , AdOYw TNC QuLlvouev LIk omAnC xnuelog
Tou. Htov yvewotd Ott 1o DNA eival éva poxpU TOAUUEPECQ TIIOU
amoteAelTal and TéooeplC DLAPOPETI LKOUC TIUmMmouUg umopovadwyv , ol
ormoieg poldlouv YNULK& Petaéyd TOUC. ITLC apXég TLCg dexroasTliag
Tou 1950 ,1T0 DNA ¢€fe1&OTInNkKe VIO TOPEOTN Qopd e TNV TEXVLIKA 1INC
nepiBAaong okTivev X ,1a amoTeAéouata Ing omolag &édesitéav OTL
amoteAeital amd dU0 KAOVOUC , TUALYHREVOUCQ O popon éALkac. [2]

1.1.3 To MoviéAo 1tncg ALTmANC EALKAC

H nopatfhpnon oétL 10 DNA eival dixAwvo Atov kploilung onuoacicacg
Kol ®6noe toug J.D Watson xal F.H.C Crick va mpoteivouv 10
HovIiéAo 1ng Odoung tTou DNA , yvwotd wg “MoviéAo 1nC ALTAAC
EALRaG”.[3] Ta PBaoclk&d YXOUPAKINPLOTLKX oUTIOU TOU POVIEAOU elval
T €€NG

® To DNA oamotedeltal amd OUO MOAUVOUKAEOTLOLKEC aAucideg o€
Hopor] dUO VT LTAKTIOV KAOVOV 1ou oxnuatilouv Jde&LdoTpoon
OLTIAY) EALKA.

® H JI1mAfl éALKA éxel oT1abepd oxreAetd , mou amoTeAeliTtal omd
emovVoAauoavoueva népLa PWoPopP LKAG ou&dac-0cofupLPding
EVORLEVOVY e ewoeodleoTteplkd deoud.

® OL oalwtoUxeg P&oelgc 1TnCc pLlag oAucidag ouvdéovial uE
deopoUg udpoydvou ue TLg oalwtoUxec PR&oelg ITng omévavtl
aAvo(dac wpe PB&on Tov KovdOVH TNC OCUUIANPOUAT LkOTnTOCg. H
adevivn ouvdéetal npdévo pe Ouplvn xrol aviliotpoea, &vd 1
kutoolvn wdévo pupe vyouovivn kol avilotpopa. Ol deoupol
udpoydvou IouU QAVOTITUCCOVTA L netToll TV B&oeswv

otabepomolLoUV 1n devuTepoTayrn Oourn Tou uoplou.

® Avduesoca otnv oadevivn xol I Ouplvn oxnuoatilovial duo
deopol udpoyodvou, eEVO  avdusoa otn  youovivn Kol o Tnv
kutooivn oxnuoatilovial TpelLc deopol udpoydvou.



® OL dUo aAucidec evdg poplou DNA sivol OUUTANPOUAT LKEQ, KOL
autd umodnAdvel O6TL n oaAAnAouxloa 1tng upLag kaboplilel 1NV
oaAAnAouyx la tng &AANCG.

® OL 0Uo oducideg elval ovtlnoapdAAnAeg, Ondoadn 1o 3' &xpo
Tng ploag eival amévovit amd 1o 5' &xkpo tng &AAnc. [4]

Sugar-phosphate
backbone

Fhospharus
Carbon in

sugar-phosphate
*hackbone"

Hydrogen

Oxygen

Eitxéva 1.2: To poviéAo Ing OLTANC éALKOC Tou DNA.

IPOKAPUDT EC EUKXPURTEQ

Lla 6éon évoapinc Ing ovILYypPAPHC IOAAEC OéoceLc évapéng 1ng
AVT LYPAPN G

MDivaxkag 1.2: Tpokoapudtec — Eukopudteg:
ALaeopd OTNnVv ovTLlypopr Tou DNA




1.2 Keviplkd Adyua 1tng Moplakhc BlroAoyioac

1.2.1 AvtLiypaen tou DNA (DNA = DNA)

ToOWC 1N TILO OUVAPIOOT LKA TTUXNH Tou “MoviéAou 1ng ALmAnc EALxkog”
Tov Watson kol Crick Atov, omwg ekppdoinke kol omd ToUug (dLoucg
10 61l “to €1d01kO (leuydpwua (avaueoa oOTL¢ B&oei1g) HOOU E€XOUUE
urmobéce . auéowg UmodeLKVUEL Evav mLOavd unxavioud QavTLlypapnc
TOU VEVETLKOU UALKOU”.AV 1n JdLOAn éALKO ywplotel oeg duo povécg
aAucideg, 161e unopel va ovamopoaxdel , oapol k&be pLa xpnoluevel

ocov TEOTUIIO VI TNV KATOOKEUN INC CUUODANPOUAT LKAC TNg. [5]
H dLtadlrkaola tng aviLlypaenc sival n €&AC

° OL 0duo oAucideg eilvoal evopévege Petaéd TOUC WPEC® TWV
deondv udpoyodvou IouU oxnuotilovTal aviue oo OTLC
OUUNANPWUAT LKEC alwtoUxeg P&oelc. 2TLC BéoceLc évoapéng 1nc
avTLypaeng emeupfaivouv e1d1k& éviupa , oL DNA egALxr&oeg, Ol
ornmoieg om&ve Toug deopoUg udpoydvou KL oapxilouv va
Eetudlyouv TNV EALKX, dnuLoupyodviag pLa “OnALtd”. H OnAld
QUTN emexTelveTal KoL TIpo¢ TLC dUuo kateubUvoelc . (ELxdva
1.3)

e H ovtlypaph 1ng x&Oe oAucidoagc via Inv  KATOOKEUN 1NC
CUUNANPWUAT LKAC TN¢ vivetal pe 1n Ponbelta &AAOV v ITuwv
Iou ovou&lovtal DNA IoAUNEpPAOEC. To év (una auté
AgLToupyoUv mpog¢ plia updédvo xkateUbBuvon , TOHMOBETIOVINC TO
enduevo  vouxkAgoT(dlo oto 30 &kpo tng mevidlng  TOU
TeAevutaiou vouxrAsgotLdiou k&Be ovamtucocdusvng oAucidac.
Oondte n oVILypaen €xel mpooovaToAloud 57— 37.

® K&Be véa oAuoida éxel mpooovatoAtlopd 5'— 37 omdte Kol OTLC
duo dLmAéc €éALxreg mou nopdyovioal , oL aAuocidec eival
HetTaéU TOoUC oavTLlmapdAAnisec. I'ta va yviver oautd , og rd&bBe
TuAua DNA mou vivetal n avilypoaern, n otvOeon tou DNA glval
ouvexng OTIn JPla oAucida Kol oaouvexne otnv  dAAn. To
KOUUAT L ng aocuvexoUg oAucidag ovoudlovtoal TUAUOT X



Okazaki kol ouvdéovial petaéd TOUG pe 1n Ponbeia evdg
év({uuou, wmou ovou&letal DNA Jdegoupdon. To (dio $évluuo
ouvdéel kKal OAa T KOuuATla T1ou 1mpokUmtouv omd  TLC
dLb&popeg Béoeic évapéng aviLlypapnc. (ELtxkdva 1.4)

Unwound Ovenwound

A\V/A R V/4\V/)\V/)\V/,\V.

Etkéva 1.3: Egdlmilopa tng OLOANG éALKAC — dnuLoupyla “OnAi&g”

Original parent molecule

Replication
fork
s

/

First-generation daughter molecules

Eitxéova 1.4: H RKATOOKEUN TOV OUYVATPLKOV aAUOC{dwv
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H oaviiypaen Tou DNA eival oanictevta oxplPBAg, uévo  Eva
VoukAgotidlo ota 10.000 wumopel va evoouatwbel AdBog. Ta

eLdL0POWT LKA éviuna meplopllouv Ta A&6n oe 1 ota 10'°.

1.2.2 Aouny tou RNA

To RNA (PLPBovoukAelkd 0E&U) elval 1o XKLvntd oaviliypaeo 1InC
nAnpoeopiag evdc yovidiou. H doury tou pot&lel moAU p' outhv TOU
DNA pe pdéveg dLAQPOPEC TLC TUPUKATW
1. otn Béon TOoU ocarx&pou mepLéxel pLBOIN avtl AR
deolupLPbdIn
2.01n Béon tng Oupivng meplLéxel oUpaKiAn.
3. elval povdérAwvO 0O oOxéon uPe 1o DNA mou eival dixAwvo,
dnAadn amoteAeital amd ploa pdévo aAucioda.

HO Base HO Base
O O
OH OH OH
Ribonucleic acid (RNA) Deoxyribonucleic acid (DNA)
Base=A C, GorT Base=A C Gorl

Etxkéva 1.5: Altapopég otn ovUotoon avdueooa ce RNA kol DNA

1.2.3 Metaypoaey tou DNA (DNA = RNA)

H mnoocdtnta DNA eival (dta ocsg dAa 1o €1dn xkuttdpwv &voC
opyov LouoU €kT1OC amd TOoUC YOUETEC TOV OVATEPOV OPYAVLOUOVY , Ol
ormoiotL éxouv 1In wuiLon mnoocdInta. O VYeEVETLKOC KODLKAC oOuxvh

avapépetal g “oxedlhypoapua” viatl mepléxel OAec TLg odnylecg
IoU amoLtToUvial via tnv enlPBioon evdég xuttd&pou. TIvwpldlouue
nAéov , OtL o' autéc TLCg odnyleg uvndpxel k&1L meplLocdTepo oamd
Bl oamAnl okoAoubla ypoauudToyv TOU VOUKAEOTLOLKOU KODLka. I'La

noap&de Lypa ,und&pxouv d&uelpeg amodelfelg 61l O KOOLKAC autdg
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elvalt n PpR&on vyvia 1nv nopayoyn upoplwewv ,é6nwg 1o RNA kol ol
npwteiveg.[6] H vyevetrik) wnAnpoeopla eival oamodnkeupévn o€
OUYKeKPQLUEVEC aAAnAouxleg voukAeoT1dlwv tou DNA mou ovou&lovial
yovidiLa (genes). To oUvoAo Twv vYovidlwv evdc opyaviouoU
anmoteAel TO Yyovidiwp& Tou. H mpdtn o@&on TNg  €XEPUONC TV
vovidiwy eilval n upetatponny touc o RNA , o uLa AgitIoupyla mou
AéyETAL PETAYPUEN .

H dLtadlraola tng petaypaenc éxel g €&AC

® To pubuLloTLlkA oTolxela 1Tnc petaypaenc cival éva éviuuo , 0
RNA moAuuepdon Kol OUyKexkpluéveg oAAniouxiegc DNA 1ou
Bplorovtal IpLV omd k&Oe yovidlLo KO L ovop&lovIal
UmoxkLvntég. IInv npdtn o&on , n RNA moAupepdon mpocdévetal
OTOV UNOKLVNTH Kol HpoKaAe(l TO TOomikd &eTUALYUX ING OLIAAC
é¢NLKOC TOU DNA.

e H RNA TOAUPEPAON TomoBetel ATTEVAVT L and k&Oe
deofupLPovourAcoTidlo nc pLog aAucidac DNA p TO
aviioctolxo pLBovoukAgoT(idLlo ,o0powva  pe 1OV KoavdOva 1TNG
OUUNANP@UAT LKOTNTHC TV pR&oewv. H updvn diLapopd upe 1nv
AVT LYPAEN EyVReLTOL oTO 6T 1L QAIMEVAVT L amnd T0
deofupLPovoukAeoTidlo mou mepléxel odevivn , TomoBetelTal
TO pLRovoukAcoT(dLO TmOU mepléXel OUPUKIAN.

® H RNA moAupepdon , ouvdéel xr&Be véo plLPovoukAeoT(dLo mou
npocBétel (ue TO mponyoUuevo) pe 3'-5" owopodlecTeplkd
deopd. ErolL , 1n peraypopn , OOTWC KAL 1N oavILypoen E€xel
IPOCOVATOALORNS 57— 37 .

® XTO TéAOC K&O € yovidiou un&pye L (SR OUYKEKPLUEVD
aAAnAoux [ , nou  ovop&letoal “oAAnAouxia  ARENg”  mou
eTMLTPEéIe Ll TNV amneAeubépwon Tou RNA kol 1oV Tepuatiopd 1nc
HETAYPAPNG .

e H odAndouxila RNA mou mnoapdyetoal ovoudletol HETAYPAPO
(transcript)

12



IPOKAPUDTEC EUKOXPURTEQ
n petaypaen Aoupdvel XoOpo OTO n geraypoern Aoupfdvel XoOpx OTO
nupnvoeLdéc eowTeP RO TOU MUpPHvVX
TO PeEYOAUTEPO Hépog TOU DNA eAdYX LOTO Hépog Tou DNA deiyxvel vo
kKwdLkomolel RNA éxel KOLKOTOLNT LKA AglToUupyla
Ta yovidLla dev mmepléXouv €0V L T yovidLla meplLéyxouv €00V LA

Mivakag 1.3: Ipoxapudtec - Eukopudteg : Ala@opd OTIn HeTAYyPX@n Tou DNA

1.2.4 Katepyoaoia tou npddpopou RNA OTOUC E€UKAPURTIEC

® JTOUC OQVOIEPOUC E€UKAPUWTILKOUC opyaviIiopoUug To uéyebog 1wV
vovidiwv Efemepvd Tt 100.000 (CeUyn PR&oewv ,amd outd OUwg
uévo 1000 mepimou xpet&lovial VIO VO KOLKOIOLACOUV ULA
npwteivn. TTnVv OEAyHAT LKOTNTA éva yovidlo amoTteAsliTtal omd
neydAec oAAniouyxiec PR&oewv mou de&v  KwdlkomolLoUviolL ,TId
godvia (introns) ,ol omoleg moapeuBdArovial ovdueoa O
GANec  uLlxrpdTeEpeg  oAAnAouxiec mou KO LKOTOLOUVIOL , T
efdvia (exons) .

® AV TO yovidlLo mepléxel e€obvia , TO RNA mou mopdyetal KATA
In upetoaypaen ovoudletol “mpddpouo uetdypopo” .

e To “mpddpopo uethypaeo” perotpémetal o “QOpLpo”  pe 1N

Bonbela x&molLwv ev{Tuwv - pLBovoukAcoTLdlwy , Ta omola
QIOUXKPUVOUV TO €0QVIX KOl OCUPPAITOUV T €EQVLIO METOHET
TOoUC.
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Primary RNA transcript
Exonl Intron Exon2 Intron Exon3

l RNA processing

Spliced RNA
PP Exonl Exon2 Exon3 AAAAAAA
5' cap Poly-A tail
5' untranslated 3" untranslated
region region

Elxkéva 1.6 : Metatponn amnd “mpddpouo” ce “dpLuo” RNA

To RNA mou mpokUntel aaod 1n upetoaypaen xwpiletat og  duo

kKatnyoplecg

1. Mn xwdilxkomoilnitxkd (Non coding) RNA , OnAadl)) RNA mnou Jdev

KwdLlkomoltel npwteivn. O pdroCc oauTOV Twv RNA egivol
AglToupyLlkOCc . Tia moaphdeiyuoa, ta tRNA (transfer RNA) kol
rRNA (ribosomal RNA) mou  éxouv onuovilkd  pdAo  O1n
netd&eppoon.

2. To ayyeAloapdépo RNA (mRNA), 10 omolo petaeépel Tn YEVET LKA
nAnpoeopia mou eival oamoBnkeupévn oto DNA kol kwdlkomolel

nio mpwteivn. [7]
Nopatnpnon
To “mpddpouo mMRNA” upsrtatpénetol oe “Hpluo” ue ITnv apaipson tTwv
cowvinv. To up&rtiopa oautd umopel va yiver uae  dLdpopoud

EVOAANOKT LKOUC 1pdnouc (alternative splicing) ,€toL ®OTe £€va
npddpopo mRNA vo nopdfel mepLoodtepa and éva “oplua” RNA . Kot’
enéxtoon €va  yovidio umopsl voa  éxel mepLocdtepa  amd  EVa
petdypopa (transcripts) ,&pa voa rediLkomoiei mopandve oamd pLa
npotetveg. O mio dLadedouévoc 1UMOC TOoU alternative splicing
elval n nmoapdrelyn evdg 1 mepLoodrtepwv cfoviwv (exon skipping)

and 1o uetdypopo. [8]
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Exon Exon Exon Exon

Gene %
mRNA [3]
Alternative Splicing
mBENA

Protein A Protein B

Eixkova 1.7 : Topoywyr dUo S LAQOPET LKAV TPpwTelvov om' 1o (dLo yovidl
pe exon skipping

1.2.5 Meth&oppoon Tou DNA (RNA = mnpwrteiveqg)

H petdopaon tou mRNA eival n dLadixkoaocia xatd& 1Tnv omola 1o
pLBRoVOUKAgoT(dla ovIiloTolX({lovIial og auitvoiéa mou ouvdéovial
Hetaéd touc kKol oyxnuoatilouv ula moAunentidoLlkh oaAucida. To
pLBovoukAcoT(dla KwOLKOmMOLOUV ovd TpLl&dec éva aplvoild. K&be
Tétola TplOmAéta ovoudletal KOLKOVLIO. H npetd&ppaocn Aoupdve L
XOpo OTo PLPOCOUNTN UE T oudpeToxn tTwv tRNA ,  KoBOC KL
KATIO LWV TIPWIETVOV KXL €VEQYELAC.

K&Be pLpBooopa amoteAelital omd duo umopovddec , uLla peydAn kol
Hia plkpen .H plken uvnouovddoa mepléxel pLa Oéon npdodsong TOU
mRNA. H peydAn vumopov&da mepléxel Ouo 0Oéoelgc mpdodeonc Twv
LRNA. Kd&Be udpro tRNA mepléxel pLa Oéon oUvdeong upe Eéva
OUYKEKQLPWEVO QULVOEU , KaBOC Kol pLa oAAnAouyx la vourAgotLdiwv ,
TO OVTLKOOLKOVIO ,TO0 omoio ouvdéeTtal OUUIANPOUAT LKA e 1O
avitioTolyxo KwdLlkOVIO TOoU mRNA. [4]

o

15



H petd&epoon xwpiletal ce tpelc oloeLg

1. Evapén : H petdopoacn &exlvd pe In PLKPR umopov&da evocg
pLBoochuatog, TO omoio meplLéxel éva pdpLo tRNA polil ue tO
autvo&d “uebelovivn” .OTOov 1N WLKPH UTTouovAa&da CUVOVTHOE L
éva mRNA ,mpocdévetal NV TOU KL £eKLVA VO TO OKavipelL
via 10 kdLkOVLIO évoapéng , mou egival 1o AUG (rwdLxromolel
n pederovivn) .Otav 10 PRpel , n peydAn uUnopovdda eVOVETAL
oTn uLxkpn oxnuatiloviag &va oAOKANPwHEévo pPLROCOUN KoL N
netdopoon apyxiletl.

2. Eniunkuvon : Eva véo tRNA poall pe 1o aulvoély tou cLoxwpel
o100 pLROCOUuC. AV TO OVILKWOLKOVLISO TOU glval OUUINANPOUAT LKO
ue 1O oapéowc emdusevo KwOLkOHVIO Tou mMRNA , n uebeiovivn
EVOVETAL M€ TO AuLVOEU TOU KoL TO mp®dIo tRNA (autd 1mou
“épepe” Tn uebBerovivn) oamoouvdéetal and TO pELROCOHUA KOL
amedeuBepdveTal OTO KUTTopOTAdoua. (Av 10 KwOLkKOVIO Ogv
elval ouvpnAnpopoatlkd 1tou kKwdlkoviou ,amopplmtetal.) To
pLBoéocwua  “oLaR&lel” 1Tnv  emduevn TPLlOAéTa TOoU mMRNA KoL
nAéov éva &AAo tRNA umopel va €lLo0éABel poall pe 10 AQULVOEU
ToU , snoavodapPédvoviag Tnv (dla dLadikaocia.

3. Tepuattopdg : Otav 10 plLBdowua ¢tdoel og éva ond 1o Tpla
KodLkOVLIO TepuatlouoU (URAA, UAG xot UGA) , ota omola dev
aviioTolyxel xroavéva tRNA (dev unbpyxet tRNA pe oavILRK0OLKOVLO

AUU , AUC 11 ACU) €exlvd o Tepuoatioupdg 1ng petdopoonc. To

TeAevtalo  tRNA amoouvdéetol  am’ 10 pLPRbooua KoL n
TIOAUTIETT LO LKA aAUC(da ameAeubepdveTal. [9]

Nopatnpnon

OpLouéva KUTTOQO xpet&lovial neydAec nocdIntEQ nLog

ouyKekpLluévne mpwtelvne. T'la va LKAVONOLACOUV QUTAV TOUg TNV
anoitnon , éxouv moAA& tRNA mou JdouAeUouv KAT& uAKOC e£vOC mRNA
KL é10l TmopdyovIial MOAAX aviiypaea Tnc mpwteivng.
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Q Growing peptide chain

Incoming tRNA

bound to Amino Acid
- crn?
Qutgoing

empty tRNA

MessengerRNA

Peptide Synthesis

Etkéva 1.8 : H dLtadikaola Tng petdepaonc.

IIPOKAPUNT EQ EUKXPUDTEQ

n pertdepoocn opexilel mpLv TN | n PHETAYPUEn Kol n wpluovon Tou
ANEN Tncg perTaypaenc viati dev | mRNA yivovial OTOoV TIUPHVA E£VQ
unédpxel KUTTOP LKA pepPRpdvn n petdepacn OTO0 KUTTUPOIAQCUN
dpo mpémel vo yivouv oglplokd.

MDivaxkag 1.4: TpokopudTec - Eukopudteg : Ala@opd OTn HEeTAPPAON




1.2.6 To KeviplLkd Adbyua

H xoateUbuvon ue 1tnv omola n yeEVETLKA mAnpogopia, mou elvol
KatTayeypouuévn o1o udplLo Tou DNA «péel» mnpog TLg mnpwteiveg,
ovoupdotnke Kevipitkd Adypa 1tn¢ Blrodoyiag kol dLatunddnke yla
npdtn eopd amnd tov Francis Crick to 1957.

Eog¢ 10 1970 oLl emiothuoveg mniotevav o1tnv KaBoALKOTNIA TOU
déyupatog Tng Moplakng Blodoviag. Exeivn 1n Ypovid ot X. TéulLv
kKol Nt. MnodAtipop ovardAuvuyav 1L oplopévol Lol, oL omoliol
dLabétouv RNA g vevetrlkd UALKSO, unopoUv, ue mnpdétumo autd, VA
ouvBétouv DNA. [10]

Autd odnyel ornv emovadlaTlnwon TOU KeVIPLKOU Joyuotog 1Ing
BLoAoviag. Etol o1n oUyxpovn dLaTUnwon Tou meplAauBdveTol Kol n
aueidpoun mopela TnNg veveT LKAC nmAnpoeoplac anmd 1o RNA oT1o DNA.

Diagrams of the Central Dogma

: DNA =Emmmle RNA mmsle Protein
Circa 1957

N__RNA — & Protein

Circa 1970, solid arrows=transfers that occur in all cells,
Dotted arrows=transfers that occur in special cases

Eitkéva 1.9 :To Keviplkd Adyua tng Moplakng PBLodovioagc 6mwg dLATumdOnke

tTo 1957 kol ovadlatunodnke to 1970.
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2.H enmiothpn tn¢ BLomAnpo@op LKN¢

2.1 ELocaywyh) o1n BlLomAnpo@opLkh

BlonmAnpopop Lk eival o emLlotnuovikde kA&dog émou n oUunpoén 1ng
BlLoAoyloag pe 1nv TMIANPOQOPLKY, TNV JTATLOTLKA Kol T Madnuot Lk&
efepeuvd Vvéoug TEOIOUC VIO TNV OPOCEéVYLOn TV PLOAOY LKAV
npoflAnudTwy, KaOhC KoL nv  oavt{Anyn BACLKOV  apXQOV ng
Blrodoyiog. HAextpovikol YmoAoyloTég XPNOLPOMOLOUVIOL YLIO 1IN
OUAAOVYL , Inv aQmobnxkeuon , Inv ov&AUCnN Kol TNV €VOOUATWwOon
BLOAOYLKOV KL VEVETLKOV dedouévwyv ,Ta omnola umopel oO1In
OUVEXELA VO OUVIEAEOOUV  OTnv  avoax&Auyn Kol Tnv  ovdmtuén
papupdxrov. [11]

H ovéntuén 1tng BlomAnpoeoplkhg &fexivnoe efatTtiagc tng ovdykng
via dnuloupylia peydiov B&oewv dedopéveyv oénwce n GenBank , n EMBL
kal n pB&on 1tng Toamwvioag, upe o1dXo TNV AmoBAKEUCH KAL TNV
oUyKpLOon HeEYHXAOYV  oAANAOUXLOV DNA Tou avBpdmou Kol  GAAWV
oPYOV LOUGV .

SAuep, n BromAnpoeoplkh  éxel  voa  K&veEL pe TNV avAAUOD
IPWTELIVLIKRKOY  doudv, TNV  oudAdoyn Oedouévev  OXETLKA  uEe 1IN
AgtToupyla Tov yovidlwv Kol Twv ODPTEIVOV , ue dedouéva acbevav
;, M€ TPO-KALVLIKEC KAL KALVLIKEQ OOKLPEQ KOL PE TA PETAROALKA
HoOVOoIAT Lo O LAPOPWY OPYOV LOUOV .

O xA&DOC 1TInNC BLOMANPOOOP LKAC Bewpeltal, moayxkooplwg, é&évac omd
Touc mAéov ovantuocduevouc. OUOCLAOT LKA, KOUTEXEL KEVIPLKA 6&on
oTLC oUyxpoveg ¢€éegAlfelc TV EnLotnudv 1tng¢ ZwAg, WE TIILO
XOUPOKTINELOT LKO mopddelyua  éva amd 1o PeyoAUTepa  €peuvnt LKA
IOOYPAUMaTA  TNg  oUyxeovng  emLothiung ,  To  mpoypappa  Ing
"Amokwd Lkomo inong" Twv Tovidlwudtwyv, TeplAauBoavouévou Kol autoU
ToU AvBpdmou (Human Genome Project).[12]
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2.2 Genome Sequencing kol Genome Assembly

H dLtadlkaola péow tng omolacg vivetal n yaptoypdenon Ing
aAAnAoux lag tou DNA evog opyovLiouoU ovoudletal oAANAOUYX LON
(sequencing) .

To 1975 ,0 Frederick Sanger ovémtuée 1n BacLKh TexVvoAoylia
aAAnAoUyxtong ,n omola efaxkoAoubel va xpnoLuomnolLelTal gUpéwd
Héxpl onuepa. Evd auth n texvoAoyla BeATLOVETAL OCUVEXDNC T
TeAevutala 30 xpdévia , o aplbudc Twv B&ocwv moU Panopolv Vo
ATIOK®WO LKOTO LNBoUv Ttoautdxpova, oviilotolxel oe 1000-2000 CeUyn.
O meploplopdc autdg eilval moAU onuovilkdg dedopévou 61l ardUA
Kol ol amioUotepol Lol amoteAoUvial amnd xLAL&dec R&oelg , 1A
BarTNp Ll amd eKATOUUUPLA , €V TO yovidloua Twv OnACOT LKOV orrd
dlLoskaTouuUpLa (eUyn PB&oswv.

T'a va EenepoocTtel autd 10 €umddLo , Ol E€HLOTAUOVEC éXOoUV
ovarntUéel pLlo TeXVLIKA mou Afyetal “shotgun sequencing” ,émou n
aAAnAoux {a DNA evdg opyoviopoU “tepaxiletal” oe éva peydAio
apLOud pLrpdV OBpoavocudtwyv (Etkdva 2.1). Eneito ,

Aamokwd LKomolLe lTal n aAAndouxia ota &xpoa Twv Bpaucudtwv (ELrdva
2.2) KoL TEAOC, Ol OAAnAouxleg moU MPEOKUMNTOUV &€VAVOVIXL UPETHET
TOUC Péow e€vOC TPOYPAUUATOC OTOV UIOAOYLOTH mou ovoudletol
“Assembler” (E1xbva 2.3) . [13]

Oviginal DNA C

fragimeots —_— _—

Etxkdéva 2.1 :Tepoaxlopdg tou DNA o pLkpd KOUPAT LA

Original DNaA [

fragients —— —
v — 1 —

- ‘.- | -’i _,-"-f" e ——
sequenced ends”

ELxkoOva 2.2 :omokwdlkomolinon Tng aAAniouxioc otoa &kpo TV
LLKPOV BpauoudTwv
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2.2.1 Tlwg AgiLtoupyel o “Assembler”

O M“Assembler” otneiletal otn Poaolkh uvnébeon oOtL v dUO
aAAndouxilec DNA mou £éxouv amokwdlkomolnbel (éxel xabopLotel 1
celpd& TV PR&oedv ToUCg) polp&lovial pLa (diLa oAAniouyxia B&oewv,
npoépyxovial amd Tnv (dla 6éon oto vyovidlwpa.

Baol{buevog o' quUTéC TLC e€mLRKOAUYeLC, O aAydplLOuoc ouvevdvel
QUTEC TLC aAAnAouxlec pe 1pdmo mopduolo He TNV KATHoOKeUn evog
TolA.

contig 1 contig 2
consensus [
- -
— . - _————-
fragments -—
-

BAAACTCGUCTGCTTATCAACCGATCCCCOCGCTACCTTCTACAGCCATCATTT

AAAACTCGCCTGCTTATCAACCGATCCCCCGCTACCTTCTACAGCCATCATTT
AAAACTCOCCTOUTTATCAACCGATCCCCOOUTACCTTCTACAGUCATCATTT

Etkéva 2.3 : Ta Opatopata evovovioal petaéU Toug B&oel Tng opoldInIo
otnv aAAndouxia Tov &Kpwv TOUQ

2.2.2 Assembly statistics

Elval onuoviikd voa onuetndel 611 n dradlkoacia tou “shotgun
sequencing” egivoal opretd “ondtoaAn” opoU , AdYw INC TUXALOTNTOC
ue 1Tnv omola To DNA dLaondTtal o ULRpOTIEPH KOuudTLo , 1
ocuvapuoAdynon HOewpeltal €eLlkIh pdévo oTav éxouv “ouykevipwdel”
OQPKeTEC OAAnAouxleg ®ote va xoAUyouv 8-10 @opég TO HUAKOC TOU
YOV IO LOuaTOoC. AUTd TO @oLvouevo , HOVIEAOmOLNONKe padnuot LKA
and 1Toug Eric Lander kol Michael Waterman to 1988. Avutol
e&éTaoaV n oxéon aviue oo oTnv unepde lypatoAny o TOU

YOV LOLOUXTOC Kol OTov aplbud 1tov “ouvexduevoyv KoOPuoT Lodv” DNA

S
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(Yyvootdv kol ¢ contigs) mnou pmopoUv va AVOKATXOKEUAOTOUV amd
¢vov Ldavikd “Assembler” . (Eitxdva 2.4)
Ta contigs mou mpoxUmtouv oxnuoatilouv 1o apXlkd yovidlwuo OTO

HeyoAUtepo mocootd TOoU.

3560 | T I
3000 /\\\ =
0y
O 2500 + \ '
FE
C
S 2000 | -
tE
1500 \ :
C
L
£
£ 1000 .
=z
51515 =
%) | | ]
5] c 4 =) 8 16
Coverage
Etxkbéva 2.4 : Tpaelky noap&otaon tng €élowong Lander—- Waterman yio éva

vovidlwpa nmou amoteAeltal amd 1Mbp = 1.000.000 CeUyn Bhoswv (av
“n&poupe” delvyua (co pe 8-10 @opéc TO WAKOC TOU, TO UEYOAUTEPO HEPOCQ
TOU yovLIdLlduaTtog Ba ouvappoioynbel oamd 5 meplimou peydAa contigs) .
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2.2.3 TlpokANoe g kat& TNV amokwdlKomolinon tou YyovLldLOUATOQ

Idavikd& , é&va npoéypoupa “ouvoapuoAdynonc” (Assembler) Ooa €émnpemne
VO OVOKXTOOKeUX (e L éva  contig via k&Bs xpoudowuo. TTLC
nepLoodtepec OUWC HTePLOTOOeLC mnopdyovial mneplLocdrepa contigs
veyovode mou opelAeTal o dL&popoug ToP&YOVTIECQ.

OL duo xkUplLoL Adyol eival ol €&AcC

1. AxkdOua kol ov n vnepdelypatoAnyioa mAnoiédletl 1o 8- 10-mAdoLo
TOU WUAKOUC TOU VYovidLloOuaTog ,undpxel mLlBoavdéInta KAHTTOLX
TUAMOTO VO  JUn ouupmepLlAnedoUtv. Emiong , 1n Koutovoun Tov
Bpavoudtwyv (octa omoloa Tepaxiletoat To DNA) xoatd UAKOC TOU
yovidLlouatog O& umopel vo povicdomolnbel wg pLa TEAELX
dLepyacia Poisson. 'EtclL, dnuLoupyoUvial mTOAAS avTlypoox
via k&Be Opaltoupa ©0Te vo e€ival emLTuxnuévn n aAAnAoUyx Lon.

2. Yndpyxouv oAAniouxliegc , ol omoleg emovoaAouRdvoviol TOAAEC
popéc uéca oro yovidlwua pe amotéAccua vo neptLopilouv 1nv
arnddoon TOU Assembler (avoayveplilel duo dLaQopeT LKA
avtlypapa wg¢ éva kol yivertal A&Bog otnv assembly) .

2.2.4 TeAlkd ot&dlo kKol dnuoocleuvuon 1ng assembly

0 AIOT €POC oxondq k&O¢€ “Sequencing Project” elval Vo
AMOK®WO LKOTIO LNBoUV OAa Ta (eUyn R&oewv OAXOV TV XPWUOCOUATWOV
Onwg mneplypdenke nopondve , onoviwg €évoag Assembler eivol os
Oéon va avoaxkoaTaokeudoesl éva pdévo contig vyvia xr&Oe ypwudboouo ,
veyovog mou odnyel otn dnuioupyla “kevav” otn ouvapuoAdynon Tou
apXLkoU vyovididpuatog. Toa xrKevd outd “koAUntoviol” péoa  and
efeldLKReUnévVEQ nebddoug KoL o1n OUVEéxe La EXTEAOUVTOL
epyaoTnNp Lakd meLPAUATH VIO VO EOLKUPOOOUV Tnv opbdinta 1Inc
Assembly mou dnuioupyndnke. I'Lta Toug OnuoplAcic opyoviouolq
(6nnwg o &vOpwno¢ KoL TO MmOVILKL) dnuooctetovial meplodlkd véeg
assemblies otlL¢ omoleg dLopbBhvovIal mLBoavd A&Bn 1 KAAUITOVTIOL
kevhd. H mio mnpdoeatn assembly vyvia tov &vOpwno eival n GRCh38
eved aviioTolxa yia 1o moviixrlL , n GRCm38.
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2.3 Genome Annotation

To Genome Annotation (oxoAilooudg TOU VYOVLIOLOUATOC) e€lval pLa
unmoevoTnIa Tng ov&dAUong TOU YovLIdLlOuoTtog, n omola Alyo ToOAU
neplAoufbvel otLdAmote umopel va yvivel og pLa aAAniouxia DNA
BéOw UMNOAOYLOTLKOV péowv.[1l4] Ouocitootikd&, elvoal n emiotvodn
BLoOAOYLKOV dedouévayv oe aAAndouxieg DNA (coding kol non coding)
, N B&on tnc omoloag elval
1. n mnmepLypaeny evdég vovidiou kabdc Kol  TOV  peTOUyPAOLV
(transcripts) kol TV OpnIelvdv TOU (proteins)
2.1n mepLypoen Twv ‘non coding’ oAANAOUYX LAV
3.0 mpoodLoplopdg TNG AgLTOUPYLKAC odLdTNITOC kK&Oe TéTOLOU
otoLxelou

To Genome Annotation ouvendyetal ovayRooTLRK& K&molo emnimedo
QUTOUAT LopoU. To Baclkd xouudtl Tou Annotation xpnoiuomoiel TO
BLAST (Basic Local Alignment Search Tool), £&évov odydplLOuo yLd
Tnv oUVKpLon PBLoAoyLlkoOv dedouéveyv , O6Owg Ing oAAndouxiogc Ttwv
autvoééwv dOuo () mepLoodtepwv) mpwielvdyv 1 n oUykplLon 1Ing
aAAndoux lag TV VvoukAgotldiwv Oduo () mepLoccdrepwyv) yovidiwv.
Téco n glLoaynyn TV  mopopéteoey 600 KAl n foavywyn TV
amoteAeocudTwy o010 BLAST vivovial ouiopaTomolnuéva (ue €131k
Aoy LouLlkd mou exTeAel OUYKeERPpLUEEVEG poutiveg KAL opyavavel T
QMIOTEAECUATA TIOU €MLOTPEQOUV) .

Me efalpeon autd TO kKOoup&tlL TOU Genome Annotation , dAa 1o
vndérolna yvivovial wg eni 1o mnAsgicrtov “yetlpoxkivnra” viatl 1o
nepLoodtepa Odedouéva (6nwc Ty 1n eUpecn INg AglLtoupyia evoc

vovidilou) mpoUmnobétouv Tnv oavOpdmivn eumnelplio.

To Genome Annotation amotedel evepyd TOouéa 1TnNg €peuvac Kol
anooxoAel moAAOUC dLapopeT LKOUC E€HmLOTNUOVLKOUC opyaviopoUg. Ol
opyoaviouol oautol OdOnuocLefouv To OIOTEAECUNTN TV TIPOCTIUOE LDV
TOoUCQ of dnuéoc Lo dLabéoLuecg BLOAOVLKECQ B&oeLC dedouévav
(mpooPBdoiuec pécw dLadLxriUou) o6mnwg n Ensembl , n RefSeg , n
Entrez Gene, n Uniprot , n ENCODE xoalL &AAecC.
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2.4 Genome Project

H XopTOYPAENON (Genome Sequencing and Assembly) TOU
YoV LdLlOuaTog o ouvduaoud jue  Inv OpocHNKn oxoAlwv (Genome
Annotation) ,ocuvieloUv o1nv “oAokAnpwon” evdc Genome Project.

OuciLaot k& , éva Genome Project BewpelTal oOAoKANpwuévo otav
éxel oamokwdlkomolnBbel xr&Be (eUyog PRdocwv o©T0 Yyovidlwua TOU
opyoviLouoUt. Onwg avoaeépdOnke kol nopandve , outd clvoal T1TOAT
dUokoAo Vvo emiteuxOel omdte xr&Oe 10O dnuootefovial Véx
BeATt Lopéva drafts tou Genome Project yia r&Be opyoavioud. Me 10
népoocpa TV XpdHvev , dnuooLeUovial Genome Projects vyia OAo Kol
neplLoocdTepouc opyavioupoUtc ,Adyw 1nc upelwonge tou KOOTOUC 1INCG
armokwd Lkomo [ nong

2.5 GenBank , DDBJ kol EMBL

Me TNV  OAOKANPWON Tou annotation , To Genome Project
KaTaTiBetal OTLg TpeLg KUpleg Paoeig dedouévev o1tov KOOUO
(GenBank , DDBJ kol EMBL) .

H GenBank otl¢ Hvouéveg TloAiltelecg (National Center for
Biotechnology Information , NCBI) , nuoll ue 1nv DNA DataBank
otnv Ianwvia (DNA DataBank of Japan, DDBJ) xolL 10 Euponolkd
Epyootfipto MopLakhc Biodoylag  (European Molecular Biology
Laboratory, EMBL) ouvLoTtoUv T  ALebvhy Suvepyoocia B&oswv
Aedouévav AR AAANAoux lec NoukAeoT 1O {lwv (International
Nucleotide Sequence Database Collaboration) .

MpbrelTal vyLia extevelic Pdoelg Oedouévwyv amortedolUueveg omrd
QIIOK®WO LKOTIO LNUEVECQ aAAnAouyxlec VOUkAgoTLO(wv, ol orolecg
avTLloTOolYoUv o©g meplLocdtepougc oamd 300.000 opyavicuoUc. Ol

Baoelg oauTécg, oavioaAAdoocouv Jdedouéva o kaBnueplvy PR&on, €10l
©Oote dLaceorileTolL n oL&doon Ing yvoong oe  moaykOCULO
en{medo. [15]
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2.6 Human Genome Project

To Mpdypouud ATOK®O LKOMIO(NoNg tou AVvOpOmLvou T'ovidlduatog €ival
Eva gpeuvnT LKO npdypouua , de otdxo TNV TARPN XAPTOoypdenon Kol
katovoénon T0U avOPOILVOU YOV L3 LOUXTOC. Me TOV 6p0
“yoaptroypbdenon” oplletal o xaboplopdg Twv Leuydv B&oewv  TNG

aAAnAouy log DNA TOoU avBpdrou.

. . .
* . + ® L
*
. .-x+x6/.x . . .
o, % x . X % . * o X
x ot NV "y .

x N . % - x . +
FROM THE ioons wro
HUMAN GENOME PROJECT

The largest collaborative biological project in history gave us the ability,
for the first time, to read nature's complex genetic blueprint for building a
human being. The Human Genome Project has helped us understand genetic
factors in human disease and is paving the way for their diagnosis, treatment
and prevention.
. b -+
+ + [ ] * .
+* . *®
- . *
+ " +* +
"
+ . y "o ES +
. . . "X L 2

PROJECT PLAN >

ESTIMATED COST

ESTIMATED COST:

AR 192 000 U.S. FAMILIES'
YEARLY HEALTH CARE COSTS.

ENTIRE
HUMAN GENOME
SEQUENCING

=

PROJECT TIMELINE COMPLETED

(2 YEARS
1987 1990 1997 AHEAD OF
SCHEDULE
BUDGET SUBMITTED GENOME PROJECT BEGINS GENE IDENTIFIED THAT AND UNDER
(PLANNED FOR 15 YEARS) CAUSES PARKINSON'S DISEASE BUDGET) |

TO CONGRESS

Etxkédva 2.5.1 :Human Genome Project - Project Plan
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2.6.1 IotoplLk&

To Human Gene Project (HGP) ftov n ouolkh €f&éALén Tng Lotoplacg
TNg yvyevetLkAg épeuvacg. To 1911 ,o0 Alfred Sturtevant - 1dt1te £évag
IPOMTIUX LakOC €peUVNTAC OTO e€pyacThplo Tou Thomas Hunt Morgan -
cuveldntomoinoces 61Tl TmpoKeLPévVOU va dlLaxelploTel Ta dedouéva ToU
, ETIpETIE VO XOopToypoapnoel TLC 6Ofcelc TV yovidlwv 1tng plyoacg
Drosophila, oL petodA&ielg 1nc omnolac (oamd vevid oe yevid)
IOPOKOAOUBOUVIOYV OTO €pyaoTnplo Morgan.

Av nopopo ldooUnE TNV KATAypoen Tou npdtou yovidiou oamd 1OV
Sturtevant pe Tnv npdtn nthon Twev adspedv Wright oto Kitty Hawk
16Te pe Tn ogLp& TOU TO HGP egival umopesil voa ouykplBel npe 1o
npdypoauua Apollo , mou odRynoe Inv avOpwrndinta oto eeyydpl.[16]

To mnpdypauupa oucloaoT k& Efexivnoe 1o 1990. To “International
Human Genome Sequencing Consortium” O&nuocieuce T0O HPOOXEDLO
(90% mAfpeg) TNC XAPTOYPAGNONGC TOU OVOPAILVOU YOVLIdLOUXTOC OTIO
nepLtodLlrd Nature ,10v deBpou&plo Tou 2001 .JEva ovandviexo
eUpnua autoU Tou mpooxediou, ATav O6TL O aplBPdC TV oVOPAILVWV
vovidilwyv oealivetalr va eival onuavtird uikpdrepoc oamnd TLC
IponyoUueveg €KTLUNoeLlg, ol omoliec xuupaivovitav amd 50.000 uéxpl
koL 140,000 vyovidia .H 1#mAReng okKoAoubia OAOKANEPOONKe Kol
dnuootLetOnke TOov AnpiAio tou 2003.

ELxova 2.5.2 (akoroubBel) :To Human Genome Project -
Project Details
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ProJECTDETAILS _____JII1]]]}

l T WOULD REACH TO THE SUN AND BACK

OVER 600 TIMES!

Ji
Il
THE HUMAN GENOME IS MADE UP OF

SPLITINTO 24 CHROMOSOMES.

(IF WE RECITED ONE LETTER PER.

'SECOND, FOR 24 HO )

AN UNDISCLOSED NUMBER OF
VOLUNTEERS DONATED BLOOD:;
AS MUCH AS 5T0 10 TIMES
MORE SAMPLES WERE TAKEN

99.9% F NBI.E[]TI[IE BASES
ARE IDENTICAL IN ALL PEOPLE, %

HUMAN DNA IS B [ v oo e srmonmaras
99% IDENTICAL T0
CHIMPANZEE DN,

THATISMORE THAN

(INTHE HUMAN BODY.

(87%) CONSISTS OF NON-GENETIC
SEQUENCE WITH UNKNOWN FUNCTION,




2.6.2 ¥Uotaon tou Project

To HGP eival amoTéAecua ouvepyoolioag €OVLIKOV (VOTLTOUTWOV KL
OPYOV LOUAV , KABOC KL LOLWILKOV €TaLPpLlOdv. To ueyoaAUIiepo uépocg
TOU £éAcfe XOpo O MHMOVENLOTNULOKE Kol €peuvnTlk& (VOTLTOUTX
kuplwg tng ApeplxkAC kol tng MeydAng Bpetavioag.

OL epeuvnIiéc TOU HGP £éx0oUv OQHOKPUOTOYPEAPANCEL TO OVOPOILVO
vovidlwua pe TOoUC €&NC TEOIOUC

1. xabopiloviac Tn oceLpd N 1nv “oAAniouxia” oAwv TV PRdocwv
Tou DNA.

2. 0nuLovpyeviac x&pteg mou deixvouv 1In 6éon k&Be vyovidiou
Vi peydAec MEQLOYXEC TOV AVOPAILVOV XPOUOCOUATOV

3. kataokeu&l{oviag MHTOAUMAOKOUC X&pTteg OLaoUvdeong Péow TV
onmolwv  umopoUv  va  KATAYPAPOVTAL O L&popa  KANPOVOU LKA
XOUPOKINPELOT LKA (O6IWwC Ol YeEVETLKEC waoBéveleg) amd yevid oe
vevid.

SXOALO : ITo HAdlola Tou mpoypeduuoToc Eéyvive yaptoyedenon Tou
YOV LOLOUATOC Kol &GAAWV OpPYyoVLOou®dY ,o0l omoiol AglToUpynoov g
HOVIEAN VIO TNV KAAUTEEN epunvelia 1tng AgitToupylag toU
avBpdrLvou DNA ,upéca and 1nv eUpeon TV Yovidlwv TOU KL TNV
katoavdénon Tng Ae€ltoupyloag Toug.
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100% 9

B0% =

THERE ARE 13,000 GENES IN A FRUITFLY!

SPANNING THE UNITED STATES,
UNITED KINGDOM, FRANCE,
GERMANY, JAPAN, AND CHINA.

DECODES 12,000 LETTERS

FILL AN AVERAGE SIZED
NOVEL EVERY 30 SECONDS.

Eitxkéva 2.5.3 :To Human Genome Project -
Project Details (2)

2.6.3 AnoTeAéOUATA

To Human Gene Project oamoxk&Auye o611 undpxouv mneplimou 20.500
avOpdriva yovidia , oL Béoglg Twv omolwv ,umopoUtv mAEOV VX
IpocdLlopLloToUVv. Ta amoTeAéouaTa TOU mpoypduuatog , €xouv dhoe L
otov kO6OUO ula mOnyn ue Asntouepeic mAnpoeopleg oxetik& pe 1In
dounn , TNV opydvwon Kol Tn  AglToupyla evOC OAOKANPWUEVOU
ouvOAOU avBEATILVOVY yovLIdlinv.

. A HUMAN BEING CAN BE MADE FROM A GENE COUNT l X
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MORE THAN 1,800 DISEASE
GENES HAVE BEEN IDENTIFIED,

RESEARCHERS CAN NOW
FIND GENES SUSPECTED OF
CAUSING INHERITED DISEASE

- l— - RESULTING FROM THE HUMAN GENOME
PROJECT ARE CURRENTLY IN CLINICAL TRIALS.

BANS THE PATENTING OF NATURALLY OCCURRING GENES,

DEVELOP LOWER-COST TESTS FOR DISEASES

PROJECT OUTCOME O

Etxdéva 2.5.4

:To Human Genome Project -
Project Outcome
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3.H Ensembl

H Ensembl eival ¢éva project mou o1d6X0 €éXxel TOVv QUTOUATO
oxoAlooud (Annotation) TV OGAANAOUXLOV TOU YOVLIOLOUATOC , TNV
EVOOUATWON ToUu og &AANx SLabéolpa BLodoylrkd dedopéva KAl  Inv
eAeUBepn OL1&Beocny ToOU Oog TevetLotég, MoplLakoUg BloAdyoug,
BlonmAnpopop LkoUC Kol OInv eUpUTepn €PeUVNTI LKA KoOLvOINTa PEOW®
Tou dLadLlkTUoUu. [17]

3.1 Tevirh& oTtolxela

To Project 1nc¢ Ensembl fexivnoe 1o 1999, peplx& xpedvia mpLV 1IN
dnuoolieuon 1Tou Tmpooxedlou 1Ing Yoproypdonong TOU oVOPRILVOU
yoviLdLloduatoc (2001) .Axkdua kol o' exeivo 10 mpdLuo ortddLo HTOV
fexdBapo O6TL o Xelpokivniog oxoAlaocoudc (manual annotation)
TopLOV dloexkatoupupliov leuydv pBaoswv O OBa AHtoav o Béon va
npocpépel OToUg epeuvntég Aueon 1npdofoacn OTa TLOo TPOCEATA
dedouéva. Av kol n oapopun via In dnuioupyia tng Ensembl Atoav 1O
Human Genome Project , amd 1o 2000 (mou €fexivnoe n AgitIoupyla
Ing online nAatedpuoacg) néxplL onuepa  éxouv mpootebel TX
YOV LO LOUATO TIOAAQOV opyav Lopdv (77 opyovioudv) Kol To £Up0oC TWV
dLabéocLpwy dOedouévey éxel emexrTabel €10l OoTe Vo meplAoauPdvel
KoL TAnpogopiegc oXetTLkA ue

® Tnv OUYKPLON TOU YOVLIOLOUATOC O LAPOPWY 0OPYOV LOUQV

® TOV TIOAUPOPOLoud

® TOoVvV unxoviopd Tng pUtduLong twv yovidlwv ota rUTTUPX

H Ensembl (Eitxkdéva 3.1) eival éva kolvd épyo HeTalU
1. Tou EupwonoalxkoU IvotiLtoUTou  BLomAnpo@op KOG (European
Bioinformatics Institute ,EBI),nou undyetol oto Eupwnalxkd
EpyoaotfiplLo Moplakng Biroioyioag (EMBL)
2. 10U Wellcome Trust Sanger Institute (WTSI)

Koal 1o duo autd dpUtpota Bepliokovial oto Wellcome Trust Genome
Campus oto Hinxton , vétiLa tou Cambridge ,o0to Hvwuévo BaoliAsgio.



3.2 Y0otaon 1ng ouddac Ing Ensembl

O oaplBudc 1TV aTtdUOV TOU OUPPETEXOUV OTOo  £€pyo oauidvetal
octabepd. SApepx  ,TO0  ovOpodmivo  duvoaplkd tnc  Ensembl, ue
eILKEQPOA Tov Paul Flicek , amoteAeitat and 40-50 &roua, 1O
ormoia xwpilovialL otLg €&ng ouddecg
® Genebuild team, n omoila dnuioupyel T gene sets vyl TOUC
O L&EopouUC opyav LopoUg
e Software team, oy eneéepy&leTal T  gene sets kol
epoviidlel via TNV ovATOTUEN AOYLOUWLKOU KOl TNV €vnuépwon
Tou Biomart (epyoaAreio e€&dpuing dedouévav)
® Compara team, nou ooxoAeltal pe 1o dedouéva OUYKPLONCG TV
YOV LO LOUATWV
e Variation team, n omo o elvat uneUOuvn Vi TOV
TTOAUNOPQ Loud
® Regulation team, nou cnefepydletal TNV TANPoPopla oxeT LKA
ue In pUBuLon Twv yovidiwv
e Web team, Iou eEaocpaii el o611 eI Net T dedouéva
ToPOoUo LAlOVIOL OCINVv LOTooeAlda pe ocaen Kol OLALkKS TpPOg TO
xphotn tTpEdIOo
® Outreach team, n onola oamoavi& OTO E€PWIAPNATH TV YXENOTOV
KoL  opyovdvel  eRIXALOEUT LKY oceulvapla  OYXeT LR e 1NV
Ensembl ce 6Ao 1OV KbOOpo. [18]

Browsing Genes & Genomes with

e.’Ensembl

0%:%
®© g ®
::: %3 o Ll \elicome trust
EMBL-EBI :: :. : |
355 0% -
°O.pf . R iristitute
Etxkéva 3.1 : Ta logos 1ng Ensembl , Tou E6vVIKOU IvotLTOoUTOU

BLomAnpoeop LKAG kol tou Wellcome Trust Sanger Institute

33



3.3 Ensembl Genome Annotation

3.3.1 Genome Assemblies in Ensembl

To Project 1tng¢ Ensembl dev meplAoufdvel Tnv ODopaywyln Tov Genome
Assemblies ,aAA& mopéxel oxoAtoaoud oce Assemblies mou  éxouv
KatoteOe o1n AlLeBVn suvepyoola B&oewv Aedouévav Vi
AAAnAouyxleg NourAegotidilwv (INSDC: GenBank , EMBL , DDBJ).I'La
KATmo LoUuC opyoviopoUtc uvnd&pxouv mneplLocdiepec amd pLa Assemblies.
%' outfv 1nv neplntwon , n Ensembl , t1to NCBI xalL to UCSC
(Science Department ,University of California) amoeocilouv amd
KoLvoU via mola Assembly 6o yivel o oxoAtooudg. [18]

3.3.2 Agioniotlia

To Genome Annotation mou mapéyxetal amd tnv Ensembl meplAoufdvel
auTOuaTO OYxOoALaoud ,dnAadny kaboploud Twv transcripts oceg Ao TO
UAKOC TOU yovidLlduoToc. I'lta emiAsypéva €(ion (bnwc o &vbOpwmoc ,
TO TOVIIKL , TO youpoUvl Kol &GAAa) unopel vo meplAoufdvetol Kol
manual annotation. OAa Ta transcripts tng¢ Ensembl foacilovioal oe
e lpopat Lkd  amodedelypéva otolxela kol 1n auiopatomoinon TIou
oxoAloouoU Poaciletoal oce mMRNA Kol TPIEIVLIKEC OoAAnAouyxleg 1mou
éxouv xatoaxwpnbel oe dnudécieg PR&oeilg dedouévev. Ta transcripts
IIOU KATOXWwPOoUVIAalL ¥xelpokivnta mnoaphyovial and 1o HAVANA group
o010 Wellcomme Trust Sanger Institute . [18]

3.3.3 Gene xoal Transcript IDs

e x&OBe Ensembl yovidio (pe €1dLkd oavayvwplotilkd ENSG.. -
Ensembl gene 1ID) avtioTtolyxilovial Tta petdypoed tou (ENST..
-Ensembl transcript ID), ol kwdlkKég oaAAndouxiec Twv omolwv
elval emixoAuvntduesvec. Toa transcripts nou avhkouv oto (dLo gene
ID dLapépouyv o100 PAT Loua, ONAwdn Exouv dlLapopeT LKA €&OVIA KL
godvia (oav kol 1mpoépyxovial omd Tnv  (dla  oaAAniouxio DNA)
, ETTIOUNEVWRC ToPAYOUV JLaeopeT LKEC mpwiteiveg. AuTd eival ambppola
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Tou alternative splicing. Mmnopel vo vund&pyxyouv transcripts, 1o

ormoila éxouv emlk&AUUN oOTIn un KwdlKh neptoxn touc (UnTranslated

Region, UTR). AUT& taélvopoUvial og dlLapopeTlk& gene IDs .ApoU
opLoToUV Ol oAAndouxieg Twv yovidlwv kKol TOV peraypdownv,
ERYWPOUVTAL T avIioToLlxo ovéuoTa (gene KoL transcript
names) . [18]

3.3.4 Genebuild

Tiaa 1T Onuioupyla kol oAoxkAnpwon evé6c Ensembl Genebuild
(mpbPAedn Kol KaBoplopdc TV yovidliwv) Xxpeldlovial TOUAXX LOTOV
4 unRvec. Av kol n dLadilkacioa mpoocopudletal yia k&Oe opyovioud
(avédroya pe 1Ta dedouéva mou eival dLabéocipa) , Ta PBaclkd BAuaTo
IOU OKOAOUOOUVIOL VLI TNV Kotookeun evodc genebuild sival (diLa.
Ta dedopéva mou vundpyxouv OdLlabéoLpa eéapyxnc omnd &irec Ppdoelc
dedopéveyv (EMBL ,UniprotKB ,RefSeq) eilval xk&moieg mnpwieiveg
(mou éxouv Ppedel meilpapoatixkd) xKabOOg kol cDNA (complementary
DNA), udpla mou mpokUmntouv omd opLluao mRNA (1o mRNA pstoaypdpetol
og cDNA .To cDNA oviloTolXel otnv apXlKh oAAniouxio DNA mou
nopfiyoaye 1o mMRNA xwplic¢ Ouwc T €00V LX) .

[Ipoepyaoia

H Assembly ToU o0pyavLouoU eVoouaTdveTal otn R&on dedouévwv 1nc
Ensembl kol extedoUvial OL&popeg avoAUoelg KUT& UAKOC TOU
YovidLlhuatoc O6mnwg Tn ouyk&AUUn Ttev  snoavorflewv  (masking of
repeats) .

BAua lo

To mpdto OT&dlOo KATAOKEUNC TtToU genebuild ovoudlsetoal Targetted
Stage KoL mepLAaufRével nv  “otolxion” , KOT&  UAKOC  TOU
YOV LOLOUATOC, TV HPWTIEIVOV ToUu aeopoUyv uovVo TOV OUYKEKPLUEVO
opyoviopd KL TNV KXTHOKEUN Plog transcript Joung via k&be

npwteivn.
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BAua 20

To deUtepo otddlo ovoudletal Similarity Stage kol meplAoufdvel
In dnuioupyla transcript doudv ue nv XEHon mpwIieivdv omnd oTevyd
ouyyevikd €10n &ote voa KoAUeOoUvV Ta kevd 1nou dnuioupyel 1
anmovcla Twv Targetted transcript structures. Tita kKA&mOLOUC
opyov LouoUg undpyxouv TOAU Alvec roataxwpnuéveg mnpwiteiveg ,omdte
via 1 OnuLoupyla T1Tou genebuild Poaollbdéuccte o mnpwieiveg
CUYYEV LKOV TOUC OPYOV LOUGV.

BAua 30

$' outd 10 onuelo vyivetrar M“otolixiton” 1Twv poplwv cDNA kol
EST (unoaAAnAioux iec cDNA) IOU IPOEPYXOVTIAL udévo amd TOV
OUVKEKPLUWEVO opyoavioud. Otov undpyxel oAANAemLKAAUYN ovdueco o€
Bl oAAndouxio cDNA KoL £€va HeTAYPUQO TOU €Xel kataxwendel o
é¢va  and T muponyoUueva BAuota  ,ta &kpa Tou CcDNA mou dgv
eTMLKOAUTITOVIOL Oo “RBAémouv” otLg 37 ot 5" UTR (un xwdlKéQ
nepLoxéc) Tou transcript . Tita mopdde lyua

cDNA : CGATTTGXXX...... XXXAAAGGCT , 0mmoU XXX. . .XXXX n rwd LKA
transcript: AAUUGGUXXX.....XXXGGCUTCU IEPLOXY

5 prime UTR 3 prime UTR
Otav  eilval dLabéoipec , XpPnoLgomoLoUviol Kol  aAAnAouxlec

RNA-seqg ®oTe va XTLOoToUV Ta transcript models.

BAua 4o

H 1tedevtala op&da Twv gene predictions 2Aoaufdveral ue 1IN
oUyX®OVveuon TIOVOUO LOTUTIWV transcripts IouU IpoRABaV amnd
O LOPOPET LKEC IPWTELVLIKEQ oaAAnAouyxleq. Autd ummodnAQve L

alternative splicing kol ta transcripts aviiotoilxilovial oeg éva
yovidlLo.

Meto—emeepyooia

Otav Anebel 10 ‘1eAlkd’ oUvoro 1TV Yyovidilwv ,undkelTtoal o€
Heplkéc oaképa dLadilkaoleg 6mwg O OXOALaOoPOC TWV UN KOO LKOV RNA
mepLoxedv ,n mnpedPAsyn TV Yesudoyovidiwv Kol 1n dLlaocTaUpwon He
efwteplkéc nnyéc. [18]
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P , e 3

T 1 | . I

+ regulatory region + 5 prime UTR * splice donor * splice region + 3 prime UTR
+ TF binding site * initiator codon * splice acceptor * intron
+ downstream
* intergenic * synonymous *+ stop lost
* upstream * missense * stop retained
+ inframe insertion * incomplete terminal codon
+ transcript/regulatory region /TF L I\ntT:II'r'.I(_Tdt‘lLtll.)ﬂ
L i : *+ stop gained
binding site ablation 5
; + frameshift

* mature miRNA
+ NMD transcript
+ non-coding exon [ transcript

+ coding sequence variant

Eitxova 3.2 : Alt&ypopuua mou delixvel 1nv tomobecia k&Be Spou névw OTO

transcript model.

3.3.5 GENCODE

Ta Genebuilds TouUu aVvOPOIOU KAL TOU TMOVILKLOU TMePLAAUPBAVOUV KoL
k&rnotla mpdobeta PAuata yvia va noapd&youv To GENCODE gene sets.
Otav  elval dLtabéolun xrolL 1  Xelpokivnin emipéAeita  (manual
curation) vyia éva transcript , ouykplvoviol TtTa transcript
models 1ng¢ HAVANA xal 1Ing¢ Ensembl kot ov e{val novopoldTuny,
ouyxwvevtovial .AUutTd6C o ouvduaoudc TV gene sets 1tng¢ HAVANA kol
Tng¢ Ensembl ei{val 1o default gene set tou GENCODE project.

3.3.6 Ovopota Kol €wTepLKEC TINYECQ

Ta meploodtepa avOpdILva yovidia €éxouv kKol To ovIiictolxo HGNC
otpPRoro amd 1nv HUGO EniLtponrhy OvopatoAroyioag Tovidiwv. Autd mou
IPOEPYXOVTIAL and 10 Genebuild (aovtdbuato gene prediction)
noaipvouv autduata Evoa HGNC symbol evd Oboa mnpoépxovioal amd
xelpokivnto annotation avtioctolyxilovial Xelpokivnta upe éva
oUuBoro and 1nv Havana/Vega .St transcripts, Tta omnola o€
umopoUv vo ouvdeboUv pe x&moiLo HGNC oUufodo, amodidetal éva
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“clone-

Havana/Vega .

based”

avayvewplottkd elte and 1nv Ensembl eite and 1tnv

K&Be transcript name oxkoAoubBeitol amd évoav aplbud. Av o apldudc

fexriv
Havana/Vega.

éxelt

ue

\OI

(001,002
AV o aplBudéc Eexivdel

KTA),

tote
ue

ExelL
\2’

Teb6el autdupata and tnv Ensembl. [18]

Gene: CXorf40B EnsGo0000197024

Description

Synonyms
Location

INSDC coordinates

Transcripts

Show/hide columns (1 hidden)

Name
CXorf40B-001

CXorf40B-006

CXorf40B-002

CXort40B-007

CXorf40B-004
CXorf40B-005

CXort40B-003

ZTnv

Transcript ID

. ENST00000370406
ENSTO0000370404

| ENSTD0000355203
ENST00000462691
| ENST00000370409
| ENST00000483447 |
ENST00000497550 |

ELxdva

chromosome X open reading frame 40B [Source:HGNG Symbol;Acc:HGNG:17402]

Chromosome X: 149,929,527-149.938,811 reverse strand.

chromosome:GRCh38:CM000685.2:149929527:149938811:1

This gene has 7 transcripts (splice variants) |gllel=Rte1gk" w0y @1

Length
1653 bp
1316 bp

1067 bp |
1440bp |
1129bp |
808bp |

3.3

ENSG00000197021 kot
IeEPLYPAP TOoU

INSDC xoBdhg Kol
nAnpoeopiec vyiu’

Protein
158 aa (view)

158 aa (view)

158 aa (view)
146 aa (view)
147 aa (view)
45 aa (view)

591bp | No protein product | F

Biotype
| Protein coding

CCDs
CCDS35426

| Protein coding

CCDS35426 | NM_001013845 | | GENCODE basic

Te0¢el

(201,202 xTA),

and TNV

t6t¢

x

Flags

RefSeq

G

C

| Protein coding

| CCDS35426

I Protein coding

I Protein coding

Etxéva 3.3

nopouoL&leTal
gene name CXorf40B

TO

, Tnv Tomofecia TOU ,

Ut

o mivoakoag ue
(Ensembl

IoP&YyoUvV— oV IToHEAYOUV KTA)

yovidLo

Ta transcripts

IDs

MNKOG

NP_001013867

ue

TOU KOl

Ensembl
(HGNC Symbol)
TLQ OUVIETAYUEVEC TOU OTO

GENCODE basic
CENCODE: taik

S ORI
EhRS ionpen

ID

pne 1NV

dLapopec

, moLa mnpwtelvn
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[ 29.29 kb Forward strand me—
149.92Mb 149.93Mb 149.94Mb
| o |

Genes
(Comprehensive ..

Genes
[Comprehensive ...
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Eitxdva 3.4

stnv Elkdva 3.4 BAémounde oXNUATLOUéVEC He poUpo Xpodua TLg duo
aAucidec tTou DNA (forward xolt reversed strand) KoL Tpla
vovidLa(dUo o1nv forward oducida kol éva otn reversed).To
KOUT&K L TIOU € ({val yeuLouéva ue xpodpo oupfBoAilouv Ta g&ovia €vd
Ol VYPOUUEC IHOU TO £VOVOUV ,TId €00via. To umie yxpduo onuaivel
6TL TO yovidio éxel avoaubel amd tnv HAVANA (manual annotation)
eEVO TO Xpuod 1L éxouv ouyxwveutel ol oavaAUoel¢ and 1nv Ensembl
Kol tnv HAVANA (merged - mepléxel kKol automatic kol manual
annotation) .EmtAéyoviac xk&moiLo vyovidio , o xppoing umopel vo
de Ll mAnpogopieg é6mwg to TOU akpPlLPOg Pploxketal (mx Chromosome X:
149,929,527-149,938,811) 11 1o gene type 10U (protein coding ,

antisense KTA ).
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3.4 Comparative Genomics by Ensembl

H Ensembl cmikevipdvetal o 0Ouo PRaclroUg toueic tng oUykplong
YOV LO LOUATWV
1. 0tn dnuioupyla TovidLar®v AEVIPOV (Gene Trees) IoU
Bacllovial 0 OVILOPOCWIEUTLKEC mpwielvegs yia K&Be e(dog.
Ed® vivetal oUykplon Ing odAniouyxiac twv yovidliwv avdueoox
oToug opyoaviopdc xol dnuiloupyoUvial T gene trees.
2. 01tnv eubuypduplon oAAnAouxL®v DNA yia va Bpedel roatd& mdco
Hio  oAAnAouy la (éva  yovidLo) dratnpelital avdueooa o€
dLaeopeT LKOUCQ OpYyaVv LouoUc KL Og TOLOUC.

H nopandve ovdAuon vivetoal yia OAoUg TOUC O0OpyovLIouoUg TMou

nepLéxovial otn P&on dedouévwv Inc Ensembl.

3.4.1 Homology (Ouodoyio)

$tn Blodoyla , o o6pog “WOoupodovia” ovapépetal otnv Unopén evog
KoLvoU mpoydévou ovaueoca oe Eéva (eUyog yovidilwv , mpwrelvdv 1n
AAAwV doudv. [19] Eva mapddelyuoa ouodovioag sival 1o ¢etepd TWV
IOUALQOV Kol T @Tepd Tng vuxtepidac.

H OupoAdovyia xwplletal og duo unokatnyopleg:

e OTav gilval amotéAecua OLlIMAACLoouoU evoég vyovidiou Kol 1O
duo ovIlypapa 1mou mnpokUniouv efeAlccovial NoUpdAANAX OTINV
LoTopla evoc opPYOV LOUOU TpdOKe LTAL AR noapdAoya
(paralogous) yovidia. (Bplokovial otov (dLo opyovLoud)

e OTav gilval amotéAecua eLdoyéveong (e&eALKTLKO dSLadlkaola
ve tnv omola mpokUmtouv Vvéa PBLoroylkd €(0n) mpdKelTtal YyLa
op6déAoya yovidiLa (orthologous) . (Bplokovtal oe
dLOPOPET LKOUC opyovLouoUg) [20]

40



Rat gene 1

Rat |
X
| | Rat gene 2
e )

| Mouse gene 1
| X

Mouse | Mouse gene 2

Eitxéova 3.5
Stnv mopondve €LlkdOva n nopévOecon () ocupPoAilel eLdoyéveon evd

To ‘X’ oupPoAilel dimhaoitooupd yovidiou. Ta yovidiLa Mouse gene 1
Kol Mouse gene 2 eival petoafU touc mnapdioyo. To (dLo LoxUel Kol
via Toa Rat gene 1 xat Rat gene 2. Avtiotoixa , ta duo yovidix
TOU TOVTILKLOU elval opBdioya pe 1t duo yovidia 1oU apoupaiou.
[21]

3.4.2 Tlpwtelvikd Aévipa otnv Ensembl

Tia Tnv OUYKPLON TV  YOVIdLOUATOVY TV JLAQOP®YV  OpYaV LOPQV
dnuLoupyoUuvIal T QPUAOYEVET LKA dévIipa. Ta dEVTIpX aut
QVOTIHPE LOTOUV  K&Oe TEXKUNPLWUEVD €&eALKTI LKA oOXéon peTtaflt 1OV
eLd®OV ue Baon TLg opoldINTEC KL TLC dLapopéc OTC QUOLKA KOl

o1 YEVET LKA TOoUCQ XOPOAKINPLOT LK. dudovyeveT LKA JEéVTpX
dnutitoupyoUuvial 1600 via OAo T yovidia 1mou  KwdLKOImOLOoUV
npwteivn boo KoL Vvia T ncRNA (non coding RNA) vyovidia

(umoAovyi{lovialL oce duo dLapopeT k& pipelines).

H npéRreyn TV o0pbBdAOvYOV Kol nopdAoywv yovidiov yivetoal péoo
and éva pipeline oémou T @UAOYEVET LKA Odévipa mnollouv uey&dAo
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pbAo. Z1d)xoc elval n ovamopdotoon InNg Lotopliac Tng €&éALENC
kK&Oe olkoyéveLlag yovidliwv, dnAadn vyovidilwv mou mpoépyxovioal amd

évov xolvd mpdyovo. [18]

m Duplication node

m Speciation node between species_paralog

Mmusl:Hsap2
Hsap2 =

within species paralog

// Hsap2:Hsap2' Homo sapiens
Hsap2' = r

; within_species_paralog
ontoglires s . .

imates)

Schematic gene tree
containing 2 species
Hsap and Mmus {numbers
point to different genes)

thin_species_paralog
Mmus2':Mmus3'

Euarchontoglires

Etxkéva 3.6: AvanoapdoTaon ITwV OXEoewv Twv yovidliwv péow tTwv Gene kol Species

Trees. MHop&roya kol opBdAoya yovidla kol n ovilLotolyxlo toug (1:1 , 1:N,
N:N) .0l umAe kol KOKKLVOL KOuBol moplotdvouv Tnv €L1doyéveon Kol IOV
dlmAactoaopd yovidiou aviiotolya.

stnv nopok&dtw eLrkOva  (Elkdva 3.7) noapatneoUus  éva  Species Tree
(Gain/Loss Tree) via To yovidio ZNF235 (ENSG00000159917).H kOKKLVN
okurfy oupPRoAidlel 1T onuovI Lk eméxkToaon evoége yovidiou (aUtinon TV
neAdv TNg OLlKoyéveLag—gene family), n npdoLvn TN ONUOVT LKA
“ouoTtoAnR” evoéc yovidiou (pelwon TV HEAOV TNG OLKOYVEVELAC) €V N
EANAe LU ONUOVTLKOV  oAAay®yv oupfRoAriletal pe unAe oxkun. OL koé6uPol
K&Oe uUndpXovIia opyoavLiIouoU 1N Twv Opoydvwyv ToUu emionuaivovioal pe TtOoVv
apLBud TV PeAdV TNG OLKOYVEVE LAC
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3.5 TloAupopeLoupdc (Variation Data)

TN Béon dedouévav ng Ensembl via TOV TTOAUPOPE Loud
amoBbnNKeUOVIAL HIEPLOXEC TOU YOVLIOLOUNTIOC oLl omoleg supaviloviol
coe dLApopec mapodiayéc (variants) otov (dLo opvyavioud rabBOC KoL
nAnpoeopieg via TOV QuLVOTUNO KoL TLC acBéveleg mou oxetTlileTal
B outéc TLQ mupaAAayéc. [18]

3.5.1 E(dn moAupop@Louou

OL Poocitkol 1UmMol TV nopoddoyd®v (variants) yvia Toug & LA&Qopoug
opyoviLouoUg eival oL €&NC
® ToAUNOPELOou6C o éva pdvo vourAsotidio (Single Noucleotide
Polymorphism )
® TIPOCONAKN n/xot O Loy papn uLac LLKPANC aAAnAouyx lag
VOUKA€OT LD LWV
® TIOPOAANYEC Og ueyoaAUTtepeg oAAndouxieg voukrAegottdiwv ,01
ormoleg RataxwpoUvial w¢ “doulkécg” (structural variants).

OL mpdteg dUuo katnyoplec moapabétovial pall ue mopadelypato otov
nopokdtew nivoka tng Etkdvag 3.8

Sequence variants

Type Description Example (Reference / Alternative)
SNP Single Nucleotide Polymorphism Ref .. . TTGACGTA. .. Al .. .TTGGCGETR. . .
Insertion Insertion of one or several nucleotides Ref. .. .TTGACGTA. .. Alt: .. .TTGATGCGTA. ..
Deletion Deletion of one or several nucleotides Ref. .. .TTGRACGTA. .. Al .. . TTGGETA. ..
Indel An insertion and a deletion, affecting 2 or more  Ref: . . .TTGACGTA. . . Alt: .. .TTGGCTCGTA. ..
nucleotides
Substitution A sequence alteration where the length of the Ref. .. . TTGACGTE. .. Alt: .. .TTGTAGTA. ..
change in the variant is the same as that of the
reference.

Eitkdéva 3.8: moAupopelouol oe éva VOUKAEOTIOLO ) 0 UL ULKPEDN
aAAniouyx (o vouxrAeoT Ldlwv

OL Joulkég mnopoddoyéc esueavilovial otnv  Etxkdva 3.9 kol
nepLAouBavouv Tnv avinon/uelwon Tou aplOpol Tov oV LlypdewVv HLAg
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aAAnAouyx loag (CNV) , 1nv ovacTpoen Tng (inversion) xabdg kol Tnv
Hetatdmion ITng o uLa véa Béon (translocation).

Structural variants

Type Description Example (Reference / Alternative)

CNV Copy Mumber Variation: increases or Reference: "Gain" of one copy:
decreases the copy number of a given region [ INEREENEN NN
"Loss" of one copy:

I O B
Inversion A continuous nucleotide sequence is inverted in Reference: Alternative:
the same position PP L |d4a |
Translocation A region of nuclectide sequence that has Reference: Alternative:
translocated to a new position I | ]

Elxkoéva 3.9: moAupopplopol o peyaAUtepec oAAniouxleg voukAeoT Ldlwv -
Structural Variants

T'ia xk&Be moAupopploud mnoapéxeral mAnpogpopia oxetlk&d ue 1A
variants omd 1o omola oamoteAeliTol, T yovidio/petdypopa T
omoia emnped&lel OoAA&  KOL Toug 1mAnOucupoUc oOToug omoloug
eueoviletal mio ouxv&d. Evd mpoPAémovial OAec ol enLdpdoeLg IIoOU
IPOKXAOUV Ol TOPAAAXYEC TV PETAYPAO®Y KOL TOV PUBULOT LKOV
mopaydvieyv yia k&Oe e€i(do¢ 1ng Ensembl, o xpnoing umnopsl vo
avoAUoel To OLKA TOoU Oedouéva  YXPNOLUOTOLOVIAC TO epyoieio
Variant Effect Predictor.

3.5.2 Variant Effect Predictor

O Variant Effect Predictor «kabBoplilel TLg Oouvémeleg TV
IO POAAAY OV Iou BéTelL oav oplouata o XPNOTNC (SNPs,
IPocONKN/d Laypapry aAAniouyx (ag, CNVS kol OOULKECQ TAPUANNYVEC) OTA
vovidla ,o01ta petdypaea ,0e Tp0IElVIKEC aAAnAouxlieg kabBOC KOL
oTougQ PUBULOT LKOUCQ Top&YOVTEQ .0 XPNOTNC gLodye L TLQ
OUVTETAYHEVEC TWV NAPAAAAYDV KXL TLC OAAAYEGQ TWV VOUKAgOTLS WV
KOL TO €pyoAeio TOU €mLOTPEéQEL

® 1o yovidia xoal Ta petdypaea mou cmnnpedlovial amd AUTEC TLC
TIOPOANAY EC
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e Tnv 6é0on TOV TUPUAAXYOV (T av  “méepTtouv” mndve o éva
netdypopo , ov gival og coding meplLoxn ,oav Beplokovial TdV®
oe non-coding RNA 1§} og¢ PUBULOT LKA TIepLOXN)

® TIC OUVENELleEQ TV MTOUPOAAAYOV OTNV TPWIELVLIKA oAAnAouyx (o
(mx Onuioupyla 17 dlaypaehn evoégc xrwdlkoviou AHEnc 1InQ
unetdopoong , noapoaywyn A&Ooc auplvoféouq)

® VVWWOOTECQ TUPOAAXYEC ToU  Tolpl&louv He  TLC TUPAAAAYVECQ
gLob6dou.

12841 AGATAGCTTCTTHCCTCATTTCTCTAGGAAGATTAATTTTTCTTGGAATCFTATTACAGA
12901 AGCTRAAAAGGCAATCTACYAAGTWCAAGGCAGACAAAACCTATCCTACAACTGTGGCYG
12961 AGAAGCCCAAGAATATMAAGAAAAACAGATATAAGGATATTTTGCCCTGTAAGTTCCANT
13021 TcTlTcTATERARCTCATARTTTCTCClARATTCAATCATTACTATCTCTTTGTACCCHTT
13081 GCTTACTGATCCTGATCTTGGAACATGGCATTGACAACTTAGTTTGTACTATTTATGACT
13141 GCAAAAGAATATTCATTCATTCATTCATTCATTEECTCACTTGTTCACTCATGAGCATAE
13201 ACTATTCACAGTGTTAGGCCCTGATTTARAJCTGCTGACTARGCCCCTTAATTGTACTL
13261 WRTCTGRCTTTTGTATTHTABATGATTATRGCCGGGYARAACTATCCCTGATARCCTCTR
13321 ATGAGGATTCCAGCTACATCAATGCCAACTTCATTAAGCTACAGTGAAAGAARATARALG
13381 BATTCCATATTTCTCTAGATACCCAAAAAMAGCHEAGGGCTGGCTGGACTCAGTGGCTCA
13441 TGCCTGTAATCCCAGCACTTTGGGAGGCTGAGGCGIJAAAGATCACTTGAACICAAGAATT
13501 TCAGACCAGCCTGGGCAACATATGAGACCCCATCTCAACARAAAGTTAAAAAATTAGCCA
13561 GGTGTGGTGGCATGCGCTTGTAGTCCCAGCTACTGGAGAGGCTGAGGAARGGGGATTGCC
13621 TGAAGCCAGGARGTCAAGGCTGCAGTGAGCTGTGATTATGCCACTGCACTCCAGCCTGGG

Exons [All exons in this region | |PTPN22 exons |

variations  [EFFENTAIIIIT —
nitistor codon |

Eltxova 3.10:TuAua tng orindouyx lag e€voéc yovidiou mou delyvel TLQ
Oéoelc Twv SNPs.

TTnV  Topandve € LrROVA Ol UUPKOPLOREVEC HeploXéC amoTeAoUv Td
eEQV LA, €VO Ol OuoPKAPLOTEC TA €00vVIa. To umAe xpduoa cuuPBoAilel
611 o SNP pBpiloketal né&ve o §éva eodvio, 10 npdcivo OTlL

Bploketal og éva €&dvio mou dev rwdlkomolel mpwtelvn , 10 Aoyov i
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6TL TO SNP éxel oov OUVETe Ll TNV mopaywyn Tou [(dLou aplvoééoug

,€V0 T TMOPTIOoKOAL 611 PplokeTtal oe Splice donor 1 Splice region

(aAAnAouyxlec mou evOVOUV T €00VLIA ue Ta €&dvia ,PRA. ELkdOva

P

3.2).Téxoc 10 vyoaA&llo onuoaiver 61l o SNP Rploketal oeg 3’ 74 5/

Kod LK mepLoxn , TOo kitptvo o611 mopdystol  SLapopeTLkd

auLvoEU amd 1o npoPAemdusevo Kol To kKOKKLVO 6Tl o SNP dnuiLoupyel

Eva KOO LKOVLIO ANEng omdte mpokoAel dlakomn) tng petdepacng Ing

npwteivne. [22]

Human Variation class distribution - Ensembl 76

%

SNV: 87%

insertion: 6%

deletion: 5%
sequence_alteration: 1%
indel: 1%

substitution: 0%

tandem_repeat: 0%

Etkdéva 3.11: Koatavoun Twv €130V MIOAUUOPELOouoU OTo avlpdrLlvo yov1dlouox

oUpewva ue Tnv Ensembl 76.
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3.6 Aedouéva TovidLlakNe PUOuiLong (Regulation Data)

H Ensembl noapéxel HOAnpoeopleg mou meplypd@ouv TOoUg uNXovLouoUdg
Ing pPUluLong tTwv vyovidiwv orta KUITOPH TOU oVOPOIOU KoL TOU
IOVT LK LOU. SUYKERP LPéEVD, ETMLKEVIPOVETAL otInv  oavaAuon TV
HETOAYPUP LKAV  KOUL HPETA-HETAYPAP LKAV  TUpAyOVTIOV, OnAadn  TWV
€LOLKOV MIPWTEIVAOV TIOU OUPUETEXOUV OInv evepyomoinon 1 otnv
KOUTOOTOAN] TNC YyoVvLIdLaKAC éKepaong.

3.6.1 Regulatory Features

Sg pnpLa  Pb&on dedopéveov Ing Ensembl, diatnpoUtvial OAec oL
nepLloxéc (orto yovidliopa TOoU OovOPOIOU KL TOU MOVTILKLOU) mou 6o
umopoUooy Vo eUmAEKOVIOL  OTn  pUOuLon  ING  UETAYPAUPAC TWV
vovidiwv. Ol mepLoxéc oautég, nmou ovou&loviol PUOULOT LKA

otolxela, mpoxkUmntouv omd KATOLX IELPUUAT Lk& oUvola dedouévwv,
SnTwe
e 1 neAéTn TOV IIEQLOXAOV avoLXTHC  xpwuativng ue nv
nebodoioyia Faire-Seqg kol DNasel-Seq,
® n usgAétn Ing Tpomnomoinong Twv Lotdvev Kol 1tng unpdodeong
TOV PETAYPUP LKOV mapaydVviwy pe tn pébodo ChIP-Seq kol

e 1 eUpeon TOV wotTifwv npbdocdecnc TOV HLETAYPAP LKOV
nopoydvtwv. [18]

B&oel oUuTOV TV dedouévev KoL  Péow plagc  dlLadlkoacliac mou

ovou&letal Regulatory Build ,vumoAoyilovtol T PUOULOT LKA

orolxela, oaveldpinta and TOo €1doC¢ KAl TNV AfLTOUPYIO TV
kutt&pwv. Ta otolxela autd xwpllovial otLlg €&ng ratnyoplecg

nLovol unokivniéc (Predicted promoters)
nLoavol evioxutéc (Predicted enhancers)
OéceiLc npbdodeong CTICF

Oéoe ¢ nmpdodeong PETAYPRUAP LKAV TAPAYOVTWOV
IEPLOXEC AVOLYXTAC XPWwuatTivng
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Genes
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1
MultiCell
Regulatory Features I Il
J— |
Fantom 5
—=miReversa strand 13.29 kb !
149.930Mb 149.935Mb 149.940MkE
Regulation Legend CTCF Enhancer
Hl Gene associated B Heterochromatin
MNon-gene associated Open Chromatin
I Pollll associated I Promoter
Hl Promoter associated Promoter Flank
B Fredicted Transcribed Region I Repressedf/Low Activity
Transcription Factor Binding Site Unclassified
Predicted Weak enhancer/Cis-reg element .. butinactive in this cell line
Etxkéva 3.12: Tovidia xoal Pubuiotixrol mapdyoviec Tou yovidiou CXorfd0B

3.6.2 Other Regulatory Data

Stn P&on Odedouévwv 1nc Ensembl Regulation amoBnxeUoviol Kol
GAANot dedouéva , Ta omola eiLochyovial Koateubelov amd cfwteplKéQ
nnyécg. Autd eival :
® 1poRAEYeLg oTdXwv Micro RNA yia Tov &VBPWIO KL TO IOVTIIKL
xenotLuponoLldviag To DIANA TarBase
® I LPOUAT LKA EMLKUPWUEVOL EVLIOYUTEC OTO avBpdmivo yovidloud
XENoLuomoLOVIAG Tov VISTA Browser. [18]
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3.7 Ensembl Releases

H Ensembl mopdyel/dnuoclefel Lo Kalvoupla éxkdoon (release) 1nc
LoTooeA({dag KaBOHC KL Twv UNoKe lpevewyv R&oewv dedouévev Ing
k&Be OUuo pe TPeLg pRvec , kKAvovIag dLabéoLlpa véEa dedouéva KoL
avoAUoe g petd and auoctnpd EAeyxo.

3.7.1 Tevikég dLapopéc avhueoa oTlg Ensembl Releases

Mia  kalvoUpLld ¢xdoon  umopel Vo meplAappdve L vVéa  H/xrot
avovenuéva dedouéva o6uwd

® VEéOoUQ opyov LouoUc

® Vvéeg assemblies yia AOn undpXovIieg opyovLopoUq

® ovovewuéva gene sets

® Vvéa dedouéva moAupopelouoU (new variation data)

® KOTOOKEUN VEWV YOVLIDLOKOV 0éVvipwyv (new gene trees)

® Vvéx alignments

® Vvéeg opoAoyieg (new homologies)

® oVavVENREVO  OYOALooud pPUBULOTLKOV  otolXelwv (regulation
features)

® [(eAtLdhoelg KoL 1pooBnkeg o100 web-interface kol otnv

Lepapxla tng P&ong dedouévwyv tnc Ensembl.

3.7.2 TlaALbtepeg Ensembl Releases (Archive)

H PBoaolkf 1otooeAida 1ng Ensembl (www.ensembl.org) oavavedveTtol
ne Ta teAevutoala dedouéva o unviala Béon

OL xphoteg umopoUv voa £éxouv npdoPfacn OCILC LotooeAldec TV
ToALOTEPOV €KOOCEWY XENOLUOmOLOVIAC éva stable link mou undpyxel
vioa k&Be éxdoon kol 1o omolo ditapxkel via mepimou 5 yxpdvia (I'la
nop&de Lypa oquth T otilyun vundexelt éva stable link yvia xk&Be
¢xdoon 1ng¢ Ensembl oamd 1o 2009 xot petd& , Ensembl 54: May
2009) .
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To o6perog 1nc¢ mnpbdoPaocng ota Archive Releases eival 611 oL
XPNOTEeC WUImopoUVvV VO TUPAKOAOUBOUV  TLC OAAAYEQ ovAPECSH OTLC
dLapopeTLlkéEg exdbboelc. Tia mnoapddelypa ,ov o XpAHoIng €éxel
npookouiocel dedouéva oand 1nv Ensembl 71 (AmpiAitoc tTou 2011)
umopel va avatpééel oto aviliotolxo site Tng xoL voa Ppel oautd TO
dedopéva. I'ta Tov Adbyo autd ,elval XPACLHEUO VO ONUELOVETAL KAL O
apLBudc tng éxdoonc Incg Ensembl 6tav xpnolLupomoloUvioal ol R&oeLlg
dedopévuv 1Ing.

SudnAnpopottk&d , o1o site 1Ing¢ Ensembl TOPEXETAL  KOUL  €Vvag
nivoakoag ue TLC assemblies k&Be opyoviopoU IMIOU ¥XENOLUOMIO LAONKAV
og k&Oe release [23].

3.7.3 AN\ayég o Stable IDs kol gene names

To oUotnua Tou Ensembl Annotation ypnolupomoiel éva oUVOAO
oTafepdV aVOYVWPLOTLKOV (stable IDs) ,xobéva oamd 1o omola éxel
npbdbepua BaoclLouévo OTIO0 emLoTnuovikd Svoua ToUu opyaviouoU [24]
(mx ENS via tov &vBpwno , ENSMU vyia 1o moviikl) xaBdg KL OTO
e{doc ToU oOTOlXelou mou oavIlmpoowneUel (mx ENSG yvia yovidiLo ,
ENST via transcript , ENSP via mnpwteivn) .To npdbeua okoAoubBouUv
k&motol aptbpol (myx ENSG00000139618).

H Ensembl éxel wg otdyxo va dlLatnpel ortabepd 1to stable IDs vio
Ta yovidia (ENSG), ta petdypoapa (ENST), tLc npwiteivec (ENSP) kol
Ta €&dvia (ENSE), 6co autd cival gplktd. Kamoireg Ouwg aAAAYVEC
oTnv assembly Tng oAANAoOUX aC TOU YOVIOLOUATOC I N avavéwon TOoU
annotation umopel va aAA&éel dpoapaT k& TO yovidLakd povIEAO. X7
QUTéC TLC HmepLlnIdocelg  ,T10 1nmoAld oUvoro TwV sStable IDs
anoocUpetal Kol opileTal éva rKaulLvoUpLO.

ST stable 1IDs exyxwpoUvIial versions €&étol ®oOTe vyia “uLkpég”
GAANOYVEC va un xpeeld&letal va aAA&iel 1o stable ID tou ctolxelou,
anA®g vo auénbel n version xkat& éva (myx ENSG00000139618.1 —
ENSG00000139618.2) .
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Ta kplTAPLa yLIa aUinon Tng version evdg stable ID eival ta €&AC
[25]:

1. T €&dvia:

e xopla addayny otn 6éon 1 ornv aAAniouxia — roploa aGinon
old - 6éon: 1000-2000, aAAnrouyxiloa : "ATGG...GTA"
new —» 6éon: 1000-2000, oAAniouxia : "ATGG...GTA"

® oXlayn otn 6éon , (dlLta aAAndrouxio — xopla aGinon
old - 6éon: 1000-2000, aAAnirouyxlo : "ATGG...GTA"
new — 6éon: 1100-2100, oAAniouxia : "ATGG...GTA"

® odlayh oIn Bfon , PLRPH aAAoyh aAAndouxia — aUénon
old - 6éon: 1000-2000, aAAnirouyxlo : "ATGG...GTA"
new — 6éon: 1100-2100, oAAniouxia : "TTGG...GTA"

o xoulo aAAoyn otn B6éon , ULKRPN Aoy oaAAniouxla — aUénon
old - ©éon: 1000-2000, aAAniouxia : "ATGG...GTA"
new — 6éon: 1000-2000, aAAniouyxlo : "TTGG...GTA"

2. TLa transcripts:

e xopla addoyrny ota €&dvia —» xapla aUGénon
old - exonl (B¢éon: 100-199, oAAndouxio : "ATG...GTA")
(6éon: 300-399, oaAAndouxioa : "ACT...TAA")
new — exonl (6éon: 100-199, aAAniouyxila : "ATG...GTA")
exon2 (Béon: 300-399, aAAnirouyxlo : "ACT...TAA")

exon?2

® LLKPH oAAay) OTa €&EQVLIA — aUinon
old - exonl (Béon: 100-199, oaAAnrouyxia : "ATG...GTA")
exon?2 (Béon: 300-399, oaAAnrouyxiloa : "ACT...TAA")
new — exonl (6éon: 100-199, oaAAniouyxia : "ATG...GTA")
exon?2 (Béon: 300-399, «aAAniouyxia : "ACC...TAA")

S1tn deUtepn mneplimtwon , ovil yvia aUéinon Tou version 6o unopovoe
anmA®dC va mpooteBel n mAnpogopia diLdpbwong tng PBhong ‘C' oce T/
o010 20 €&OdviIo TOU Vvéou transcript kol n version vo mopoupeivel n
(oLt (seg edit : "302>T"
Bhoewc) .

, omou 302 n ©6¢féon tng “AovOoaocuévng”

3. Tta translations:

® xoplo aAAoyrn otnv aAAndouxioa Twv aplvoééwv — kaploa avénon
old — oAAniouyila : "MVTK”
new — oAAniouvyia : "MVTK”
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e odlayh otnv  odAniouyxlo  Ttwv  transcripts aAA&  OxL Ot
oAAnAouxila Tewv aplvoféwv (Adyw ocuvevupioag) — ropla alGinon
old - oAA. optvoééwv : "MVTK” ,transcript : “ATGGTCACAAAG”
new — oAA. aptvoééwv : "MVTK” ,transcript : “ATGGTCACAAAA”

® oAlayh O1Inv oAAnAouxio Twv transcripts Kol OTnv OAANAOUY
TOV oapLvoéény — alinon
old - oAX. autvoééwv : "MVTK” ,transcript : “ATGGTCACAAAG”
new — oAA. oplvoffwv : "MVIN” ,transcript : “ATGGTCACAAAC”

stnv Teltn mepimtwon , ovii yvia aGinon tou version 6o unopoU
anmA®dg va mnpooctebel n mAnpoeopla dLd6pbwong tou aulvoféoug ‘N

‘K’ oto véo translation xal n version voa mopoupeiver n (8
(seqg edit : "4>K” , oémou 4 n 6¢fon tou “AavOoopévou” aptvofféoug.

4. T yovidLa:
e xopla oddayry ot transcripts Tou — xraplio aUG&non

old - transcr_ stable idl: ENST1.1 ,transcr stable id2: ENST2.1
new - transcr stable idl: ENST1.l1 ,transcr stable id2: ENS2.1

® oXlayh Tng version xk&molou transcript - aUinon
old - transcr stable idl: ENST1.1 ,transcr stable id2: ENST2.1
new - transcr stable idl: ENST1.1 ,transcr stable id2: ENS2.2

® oAlayn Tou stable id k&molou transcript - aUG&non

old - transcr stable idl: ENST1.1 ,transcr stable id2: ENST2.1
new — transcr stable idl: ENST3.1 ,transcr stable id2: ENST2.1

Yo&pyxouv Ouwg KAl oAAayECQ ,0Ll omoleg £€xouv TOAU WPeyOAAUTEQED
eni{inTwon o éva yovidio 17 og éva petdypoapo ,dnAwdn umopoUv Vo
aAA&Eouv oe peydAro Babud tnv aAAndoux o Twv vourAecoTLdlwv.

Ol ANy EC QUTECQ opeldovtalL kuplwg OTLC dUOo  HUPUKAT®

TEQLTITOOELC

e v ¢fva vovidio/usthypapo xwplotel ocg duo 1§ neplLccdTEpd
(split event)

& v éva 1N meploocdTepa YoV IidLa/ueTAYPUPA CUYXWVEUTOUV Of £V
(merge event).

nv

{a

og

ue
L
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EtoL, éva stable ID umopel va amocupbel 7 va avilLoTolyxel mAéov
og xr&moLo &AAo vovidio/transcript. Eniong ,upetd amnd £éva split
event dnuLoupyoUuvIal véa IDs 1Tou QaVvTILOTOoLlLYoUv Ota VX
yovidLa/transcripts.

SxeTlk&d Pde T gene names ,O000C oVAEEOONKE KAl OInv £voInIo
3.3.6, ota yovidia mou mpoépyxovial oand oautduato annotation

avtioTolyxlilovtal outdpata HGNC symbols. To gene names TV
UTIOAO LTIOV yov Ldilwv IPOEPYXOVTIAL omd n Ré&on dedouévav
Havana/Vega. ©Otoav £éva vyovidio oamooUpstal (Adyw evdge split

event) , oamooUpeTal upoall XKoL TOo gene name TIou. I'ta Adyoucg
avaxtnong odedouéveov , 1 Ensembl amnofnxkxeUel TO gene name IIOU
amooUpeTal , ®C OUVOVUPUO TV gene names 1wy “dLaddxwv” Tou
vovidiou mou xwploinke (split event) .EVOAAGKT LK, umope
K&moLog voa ovatpéfel ota site tov aviiotolxwv PBdoswv dedopévov
YL Vo BpetL 10 LoTop Lk K&IO LOU gene name ou de

xpnotuomnote (Tl ILA.

3.7.4 ID History Converter

O ID History Converter eival €éva epyoreio 1tn¢ Ensembl , 10
ormoio déxetaL ooav eicodo uLa Alota and Ensembl stable 1IDs
(Tovidiwv, Metaypdowv Kol MMpTelvdV) KUl €OILOTPEQPEL TO LOTOPLKO

TOUG.

SUYVKEKPpLPéVH , €mLOTpépel yia 1o K&Be ID

e 116te (0g mola Release 1ng Ensembl) &AAafe version (my omd
ENSG00000187888.1 ceg ENSG00000187888.2)

e 1o6te &AAaée 1O (dLo 1o ID (myx amd ENSG00000161853.3 oe¢
ENSG00000237900.1,)

® {va mapping score mnou ouupoAilel 1n oxéon ovlueca OTO

moAld kol oto véo ID.
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T'ioa moap&deLlyuo ,

slvat

0ld stable ID

ENSG00000161853

ENSG00000161853.

ENSG00000161853.

ENSG00000161853

ENSG00000161853.

ENSG00000161853

ue e€i{codo 10 Gene ID ENSG00000161853, n ¢éfodocC

New stable ID Release Mapping score
.1 ENSG00000161853.2 26 0
2 ENSG00000161853.3 47 0.997334
3 <retired> 55 0
.3 ENSG00000234196.1 55 0.997326
3 ENSG00000234852.1 55 0.997326
.3 ENSG00000237900.1 55 0.997326

And tov moapoandve mivokoa ouunepoaivouus OTL

1) n version tou ID &AAaée omd 1 oe 2 otnv €xdoon 26 kol omd
2 og 3 ornv 47.

2) Z1nv éxdoon 55, 1o ID amooUpbnke kKol dnuioupynénkav 3 véo
stable 1IDs, vyeyovdég mou umodniAdvel 6Tl 10 yovidio upe ID
ENSG00000161853 xwplotnke ce 3 VEéx yovidLa, T
ENSG00000234190, ENSG00000234852 KOl L ENSG00000237900
(split event).

Avii{otoLlxa ,umopoUue va ouunepdvoulle Kol T merge events.
Sore H100 H >=09500 >=0 970 >=0 900 >=075"" >=050  <0.50 Unknown
ENSGO0000237900 T %
ENSGO0000234196 T %
ENSGO0000161853 1 ) 3 %
ENSGOO000234852 T %
Assembly NCBI36

Eitxdéva 3.13

I I
26 47 55 76

Release

T'pae Lk avoarnopdotoon tou split event tou yovidiou.
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4 .Z16xo¢ kal YAomoinonq

4.1 AvoayroaloInta tng OLIAOUXT LKAC epyacliacg

Evd wne t1ov ID History Converter umopel x&6e xpHoing va
QVOKINOEe L TANpopopleg oxeTlkéC ue 10 LoTopLlkd evdg stable ID ,
dev undpxel k&mnolLo 1mLo AQueco epyoirelo via Inv éUpeon TV
“Yamoyoéveov”  (av  undpxouv) Tou ID otnv Tpéyxouca £€xrdoon INg

Ensembl. Met& omd oulhtnon upe T1o DIANA LAB (BAfme Ke@lAXLO
4.1.1), xplOnke ovaykoala n ovadnoituin plLoag ceopuoyng n omola Oo
Oéxetal upLa Alota pe moaAld (xkalt 6xL updévo) stable IDs kol Oo
EMLOTPEQPEL TNV  ovILoToliXLlon TOUCQ (mapping) oInv TPEYOUCX
Ensembl Release.

4.1.1 DIANA LAB (DNA Intelligent Analysis)

Ta UnOAOYLOT LKA PoOVvTIEéAa mupdPBAedng oAANAoUX LOV DNA éxouv mAfov
kKaBopLloT kO pdAo o1 oUyxpova BLoAoyLlk& ocucthuoata. H épsuva ToU
DIANA lab emikevipdveTal oOTInv  aVAITUEN oAyopiduwv, Pdosowv
dedouévay Kol egpyoaAelov yvioa tnv epunveilo kol Inv apXelobéinon
YovLdLloak®V dedouévev , OTO MAXICLO PLOC OUCTNUAT LKAC avAAUONC.

To eVOLa@éPOV TOU e€pyaoTnelou E€OLKEVIPOVETAL OTNV oVAAUCH TOU
microRNA (miRNA) xab®dg¢ kKol o yovidia mou KwdlLKomolLoUv mpwIieivn.
Ta microRNA, o6nwg éxel amodelyxbel Ta TeAsutala xpdvia, und&oxouv
ce &eBovn moocdinTa OTo YyovIdlwpa Tewv OBNAXCT LKOV KAl oImoTeAoUV
kKouRLkd otolxelo otn eUBULon tTng ov&ITtUuéng TOUC.

OL dpactnpLldétntec tou DIANA lab kupoivovioal omd tnv oav&AUCTH 1NC
pUbuLlong ITNC VYOVLIOLOKAC EéREPUoNG HECKH JedoPéVveVv OAANAOUX LOV ,
TOV OXOoALooud Twv oT1dYwV mMmicroRNA Kol TwV PUBULOTLKOV oTolye (wv
HéxplL Inv epunvelia T1ToUu pdAou TOoU microRNA oce O LApopEC

caocBéveleg. [26]
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4.1.2 AXAayh) Ensembl stable ID - IpoBAfuoTa 1mou dnuLoupyoUvTol

To DIANA lab, o6énwg xoL &AAa epeuvnI k& xévipoa, otnpilouv 1o
epyorela 1Toug mdvw oTo annotation tng Ensembl. Av Aoitmdv KATOLO
epyoreio ypnotpomotiel éva oUvoAlo oamd stable IDs ta omola éxouv
AneBel amd pla moAtdtepn é€xkdoon Ing Ensembl kol x&mola and autd
éxouv xotapynBel 1 avilmpoowmeUouv &AAX oOToLlXela oInv TEEYOUCSH
¢xdoon , n P&on dedouévev TV epyaieiov mpémel vo oavavewdel
ocupmep LAouB&VOVTIAC TNV KaLvoUpLa mAnpoeopla.

Eva noapdde typo:

K&moto epyaieio, 1O omoio oavamtUxOnke 1o 2007, éxelL PoacLotel o¢
dedouéva tnc éxdoong 47 1ng Ensembl kol ypnotuomoiel 1o Ensembl
ID ENSG00000161853. To 1ID oautd, Oev undpyxel oOInv TPEXOUCH

¢rdoon ng Ensembl dpo npéme L Vol avovewde l KoL Vo
avTLRaTooTobE { ue ToUC armoydvouq TOoU , ONAAdN To IDs
ENSG00000234196, ENSG00000234852 «xo1 ENSG00000237900 (ELxb6va
3.13). Autd umopel vo yivelr pe dvuo tpdHOUC:

1.0 xphotng mpémel va ovatpéfel oto site 1tng Ensembl, va
avalnithoel 1o ENSG00000161853 xoL voa Bpet ToUg amoydvoucg
TOoU 1
2.V0 €KTeANéoel 10O €pyoreio ID History Converter.
Kat otLg¢ duo mepluntd®oelg , Oo mpémel Vo TO OVILKATAOTAHOCE L
xelpokivnTta (manually). Autd dev egilval xroubBdAoU AgltoUupyLlkd
KaOOCc 1O gpyoaAelia autoU tou 1UMou xelpllovial évoav moAU pey&dAo
apLBud omd stable IDs

4.1.3 AVILUETOILON TOU TIPORANUATOC

sTnv nmeplmntwon outh, dev gfunnpetel n avdKInon TOU LOTOPLKOU
Tou stable ID oAA& 1 auUTOUATN OVILKATACTOON TOU JUE TOUCQ
amoybdvoug Toug oinv Ipéxouca Ensembl éxdoon. To kAe1dl yvia 1In
AUon tou mpofAfuatog cival n ovéantuln evdc autduatou epyaAeiou,
oto omoio o xphotnce Oua e1chyel TO OUVOAO TV stable IDs TtoU
(IDs mpoepxdueva and omoladAmoTe ¢éxdoon Ing Ensembl) kol 6a toU
enLoTpépeTal pla Alota otnv omnola ta stable IDs mou é€xouv

anocupBel, Ba éxouv avilkatactabel pe toug amoydvoug TOUC.
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4.2 Ylomolnon TV €QXOUOYQOV

Ol €QUPEPUOYEC HPOVTIEAOIOLAONKAY KL OoVAIITUXONKOY OTa TAXLoLa TWV
avoykdv Tou DIANA lab ,ameuBUvovial Oouwg o1o €upU e£peuvnI Lk

kolvd mou ypenotuomnotel tn Bhon dedouévwv Inc Ensembl.

4.2.1 Tlpoepyooia

stnv database tou DIANA lab vunfpyxoav yovidia , 1o omola eiyxov
kKataxwenOel xeilpoxrivnta otilg mpdtec €xkddoelc. Tla k&mola amd T
vovidla oautd& vunppxov omodnkeuvupéva T Ensembl IDs toug. H
nAnpoeopia mou uvnApxe Ouwg Vvioa k&mola GAAx, nposgpxdtov amnd
GAAeg P&oelc dedouévev oOmwc via napddelyuoa omd tnv RefSeq , and
Tnv HGNC , andé tnv MGI kol &AAec. To apyxlkd otddLo Aotmdv Incg
epyoaciac ATav 1n  pertatponny TV IDS mou  TOpoEépXOoVIav amnd
efwteplkéC mnyéc oe Ensembl stable IDs. Autd mOpayuaToONnoLNONKe
kKuplwg pe 1n xpnon tou epyaieiou BioMart.

Biomart
To BioMart eival éva web-based epyoreio pécw ToUu omoliou umopel
K&moLog Xwplc TMPOYyPOUUATLOTLKEQ yvhdoelg voa e&byel Odedouéva
(sequences 17 mAnpoeopieg) via To yovidlLa ,Ta transcripts xol
v’ &GAAo BLodoylkd& otolxela.
Av&ueca otLlg undéioilnec duvatdINTtég tou , unootnpidlel 1O mapping
(avtlotolxlon) tTwv IDs pLag Baong dedopévayv oce pLa &AAn. To
BAuata mou seopudornkoy yia k&be fexwplorh P&on ATov T €&ENC:
1. OpiLtoudc Tou Dataset : Emidoyn 1tng R&onc dedouévev KAL TOU
opyovLouoU oT1ov omolo ameubuvduaote (X Ensembl Genes 76
-Homo Sapiens genes)

2.0pLoudgc 1ou Filter (oplopoata : Alota upe ta 1ids 1Incg
eEWTEPLKACQ B&ong dedouévav KoL 10 bdvoua ing  1x
RefSeq 1ids)

3. O0ptltopdébc 1Twv Attributes (n p&on odedouévev o1nv omnolo
OéAoupe va aviilotolxlooupe ta IDs : Ensembl ids).
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[ new [ @ count | Resuls| [ uni [ x| Feert @ nelp

Dataset 6 /41388 Genes | E£xport allresults to File =] Tsv -] O Unigue results only m
Mus musculus genes Email notification to
(GRCm38.p2)
Filters View 10 -|rowsas |HTML =| OJ Unique results only
MGI symbol [e.g. Mir1901]:
[ID-list specified] Ensembl Gene ID MGI symbol
Attributes ENSMUSGO00000034159 | 2310007B03R1k
ENSMUSG00000045411 | 2410002F23RIk
Ensembl Gene ID ENSMUSGO0000027942 | 4933434E20RIK
MGI symbol ENSMUSG00000078684 | 5830417110RIk
ENSMUSG00000036275 | 9530068E07RIk
ENSMUSG00000038884 | AZ30050P20RIk
Dataset

[None Selected]

Etkéva 4.1 : AnoteAéopota ToUu mapping plLoag Alotag amd MGI symbols og
Ensembl IDs yla TO TOVI(KL.

4.2.2 AvanTtuén nmpd®ing €QAPUOyYNc

ApoU avoxrtN®nke 1o Ensembl ID via x&Oe¢ yovidio/transcript Tou
DIANA lab, celpd eilxe n oavéntuén 1Tng HOPOING  €QEAPUOYAC.
Mpbke LTl Vvia éva script mou déxetal ocoav dploua pLa Alota ue
Ensembl gene/transcript IDs, ta omoioa unopel vo mpoépxovital arad
dLb&popeg €xkdboelg Inc¢ Ensembl kol T pertoIpémel  OInvV  IILO
npdopatn €éxdoon tng P&ong. Moall pe ta gene IDs aAA&{oUvV KOl TO

avi{otolxa transcript ids A/kol T gene names.

Ensembl APIs

T'ia tnv amobnkeuon tng nAneoeopiac 1ng, n Ensembl xpnoiLuomolel
oxeolLakéc MySQL B&oeig Oedouévev ,dnAadly oOUAAOVEC Jedouévav
, OPYOVOUEVECQ O€ OUOXETLOPEVOUC Tivakeg mou NupéXouv TauTdxpova
éva unxovioud  vio  avdyvwoon,  eyypaern Kol tpomomoinon.  Eva
OAOKANPWHEVO oUvoAo amd Alenmoapéc Ipoypouuat Lopou  Eeapuoydv
(Application Programme Interfaces, APIs) xpnotueltouv g &éva
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evdLdueco oTpdUa peTaéU TV unoxkelusveov oxnudteov 1ng  pdong
DedOUEVOV KOL TV £QUPUOYOV.

Ta APIs otoxeUouv OTI0 Vo onodd®oouv mneplAnntlk&d 1n Ooun 1Incg
B&ong dedouévev, TUAPEXOVINC OQImOTeAeounAT LK npdofaocn uUlnAoU
eILIéEdOU  OTOUC  mivaxkeg dedouévav KO L QIIOUOVOVOVTAG TLC
cpapuovéc amd TuxdOV aAdlayéc otn doun 1nc P&onc .To API 1nc

Ensembl ei{vol ypouupévo oe Perl .

APTI Tables

Onwg ovoaeépetal Kol nopandve

e{val amoOnNKeUPEVN ce

AIIOT EAOUVTAL

O6An 1n 1nAnpogopla
nivaxkec (tables)

and draxkpltd nmedloa kol

Tnc¢ Ensembl
[27]. (o)

0 oucxeTloudg dUo TLVAK®V

vivetal pe 1tn xpnon e€vdg rolvoUu mediovu.

jﬂ"‘l . 1 TP
| gerea —- | Dtanseipt v

biotype b I - - | transchipt_id .

analysis_id “J;-_ gens_id

seq_region_id ! & analysis_id .

seq region_start ,."I seq region_id

seq_region_end 4 seq_region_starl 1

saq region_strand Jaf saq_region_end

display_xrel_id / seq_reglon_sirand

SOUrce _T;—’/FL/,/ ) BOUTCE

status ' ff display_xre!_id

description I ! biotype

is_current l,."r status

# canonical_transcrpt_|d —:"a dascripfion

siable id is_ourrent

version canonical translaton id =

created_date stable_d

modill ed_date version

L 3 created date

maodified_date

ELxkéva 4.2 : Gene kol Transcript

Stnv ElxkéOva 4.2 ametkovilovial oL

Transcripts.

tables kol o ouoyxetiloudg TOUCQ.

nivaxkeg via 1o Tovidlia rol TO

nivaxreg
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To Gene table mepléxer via x&be yovidio 1o gene id ToUu (10

AVOYVWPELOT LKO TOU OTIOV OUYKEKPLuévo nivokwa), In version, 1Inv

apxn, 10 TéNOC KoL T0 ID ng aAAnAiouyx lac
ToU (seq _region start/seq region end/seq region id) ,T0  dvoua
TOoU vovidiou amd Tnv HGNC 9\ amd Tnv Vega/Havana
(display xref id), mnAnpogopia vyia To ov TO yovidio PBploketal

otnv Tpéxovcoa Ensembl Release (is current) ,to Ensembl stable
ID tou ,évav degixtn oOta transcripts tou (canonical transcript
ID) xabBdc kol &AAeg mAnpoeopleq.

To transcript table mepléxel meplimou TL¢ (dlLeg mAnpopoplieg v
é¢va  transcript. Enitmpocbétwg , mepléxel  évoav  delrtn OTO
translations TouUu transcript, xkoabd¢ KoL 1O gene id tou yovidiou
OTO omoilo avAhKeLl.

OL duo mivaxeg eglval ouoyxeTlouévol petaéld TOUQ ,0pOoU £€XOoUv E&évd
kolvé medlo (gene id). AnAwadn, ov yvwpliloupe 10 transcript ,
pmopoUupe amd 1o transcript table voa avaktnooupe 1o gene id tou
vovidiou oto omolo avAKeEL KXL VA TO XENOLUOIOLACOUPE VLIX VX
ndpoupne mAnpogopliec and 1o gene table.

Ensembl Core API Documentation

To API xpnoLupomolel PLO QVILKELPEVOOTPUEN MHPOCEYYLON YyLo TNV
HovIeAomoinon TV TIPAYHAT LKAV PBLOAOYLIKOV OVILKE LEEVEOVY (ONTWC TWV
vovidilwv xol Twv transcripts), xk&voviag mLo exr&Bapn TNV
AQVATITUEN  €@apuoy®yv  (scripts) via 1tnv av&dkinon kol ovAdAuon
dedouéveoyv amd 1Tov XPHoIn.

To Ensembl Core API ocuvodeUetal omd £Eéva emnupkéc oUVOAO
Texunpliwonge tTou xOOLka (Doxygen Perl Documentation) og uop®n
standard Perl POD (Plain 0ld Documentation) [28] .To
documentation dilvel pla meplypaen Kol mnopabétel TO apxelo
KOO Lk (.pm) via x&Be xrA&on 1nc¢ Ensembl avodUoviag dLefod LKA
k&Be pébodo mou avhxrel otnv kA&on. Emniong, avoAUsTtol n LepopXla
avAueoa OTLC KAKOELC KOl mapéyxoviol ypdpol e&&ptnong.
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ArchiveStableId Class Reference

H Paocitxky xA&oOn mou xenolLugomolndnxke vioa tnv ovdmntuén Incg
cpapuoyngc eivalt n ArchiveStableId Class. Ta aviilkelpeva oUIAC
Ing xkAdong eival n xkUpla povada yia Inv avdKINon ITANPOEOP LAV
oxeTLlx& pe IDs mou €éxouv oamooupbel and tTov nuphvoa Ing PRé&onc
dedouévwv Tng Ensembl.

T'la Tn dnuioupyla oavILlKeLPéEVEOY QUINC INC KAAONG ypenotluomotleliTol
0 ArchiveStableIdAdaptor, o omnoliog ¢&xel mnpdoPfacn ot €EAC

tables toU mUpHvVa:

stable id event
mapping session

peptite archive

gene archive

| mapping_session ¥ | gene_archive v
| stable id_event v B gy B gene_stble_ii
old_stable_id / / 4 b v \ gene_version | peptide_archive ¥
old_version b ne_;_ d;_name “\ transcript_stable id ;_ peptide_archive_id
new_stable id / old misase \ transcript_version / md5_checksum
new_version & f" nﬂ; releasa \\ translaion_stable_id ,f peptide_seq
# Mapping_session_id e’ Jrr—- \\ translaion_version m‘,{ >
type new_assembly ™ peptide_archive_ki =’
score creged = & mapping_session_id
> >

Etxkébva 4.3 : Ta tables mou xpnoiupomolel o ArchiveStablelIdAdaptor kol
ouoxXEeT LOPuOC TOUG.

Méow Twv nopoaméve tables, ov egival yveotd éva maAld stable id
(old stable id) umopoUpe VA OVAKTIHOOUUE HDAnpopoplieg yLo TO
vovidLo iyl transcript oTOo omoio oavhxrel (gene stable id/
transcript stable id).

o
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H cuvdptnon-xAe1dl ng kAdong ArchiveStableId IouU
xpnotponoteital eivat n “get all successors”. H ouv&pinon autr,
eniLoTpépel ula Alota ond ArchiveStablelds ota omola éxel

avtioTolxnbel (mapping) to avilkelpevo 1o omolo tnv roAel.

AAAN Ul KOOPLOT LKA ouvdpInon yLla Inv  €eapuoyn eival n
“is current”. Auth elval pLa boolean ouvdpInon mnou EemnLOTPEPEL
av 1o stable id Tou oavilkelpévou mou Inv KoAsel undpxel otnv

Tpéyxouca éxdoon Tng Ensembl.

gtnv enduevn oeAida(Eitxkdva 4.4) oaxoroubel Evoa dLbypoapua PONC
IOU  OIIOTUIOVE L TOoV  QaAyoplOuo aUTAC TNg  £eupuoync. Onwg
BAémoupe, n dLadlraocla mou akoAoubBeliTol yvia éva stable Gene ID
Kol via éva stable Transcript ID eival nmoapduoia. H pdvn dlLoapopd

EyKeLTOlL OTO0 Yyeyovde 61l Oty mpdkeltol via éva yovidio ,n
epopuoyn Pplokel:

. Toucg amnoydvoug Tou stable ID
. Ta transcripts mou TOU VI LOTOLXOUoOV

. Ta transcripts tov amoydvev Tou

Dw N

. Toug amoydvoug TV transcripts mou Ttou avILloToLlXoUoov,
EVO O6TaVv MPEOKELTAL VLA &V PeTAYPUPO EIILOTPEPE L
1. toug oamoydévoucg Tou stable ID, dnAadny Tto transcripts mou

VT LOTOLYOUV OInv Tpéxouoa &kdoon
2.0 moLo yovidlLo avhArouv outd To transcripts.

Etxkéva 4.4 : ALdypopuua pong odyopiBuou
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Gene

Do
both

Find if stable |D is alive or find

Input : List of Ensembl

Gene and Transcript IDs
{from several Ensembl Releases)

Create an ArchiveStableld
class Object

Gene or
Transcript
stable ID?

Transcript

Find if stable ID is alive or

find its successors

Find stable ID's archive

and has no successors

its successors transcripts.
T - - Alive/No
Find if transcripts are alive . Any e
or find their successors HCER OS]
' Stable 1D is alive
Alive/Mo Any Retired/No N rn
successors? Nicresshre
CI Yes
Stable ID is alive and has Stable ID has been retired i
eturn
no SUCCessors Yes and has no successors bl IDas
sSUuCccessor

Return a
message

Return stable D
a5 sucCcessor

Create Gene Class Object
and find transcripts of
every successor

Create Transcript Class
Object and find parent
gene of every successor

Retired/No

Stable ID has been retired



Eixkdéva 4.5 : Mépog TOU KOO LKY

# get an ArchiveStableIdAdaptor from the Registry
my Sarch_adaptor = Sregistry->get_adaptor(5species, 'Core', 'ArchiveStableld');
my S$gene_adaptor = Sregistry->get adaptor(Sspecies, 'Core', 'Gene');
my Stranscript_adaptor = 5registry->get_adaptor(S$species , 'Core', 'Transcript');

my @all_successors;
sub findSuccessors{
my $self = shift;
my Ssucc = Sarch_adaptor->fetch_by stable id(%self-»stable_id)->get_all_successors;
for my Sa_id (@Ssucc){
findSuccessors(%a_id);

&

if (Sarch_adaptor->fetch_by stable id($self-»stable_id)-»is_current){
push @all_successors, $self-»stable id ;

1

1

sub findTranscripts{
my S$self = shift;
my 5gene = Sgene_adaptor->fetch_by stable id($self);
my Stranscripts = Sgene->get_all_Transcripts();
if{@stranscripts){
print "\nTranscripts of successor ". %self. ":\n";
print Sout2 "\n#Transcripts of successor ". Sself. ":\n";
for my $tr (@$transcripts) {
print $tr-=stable id . "\n";
print $Sout2 $tr-»stable id . "\n";
}
}

return @5transcripts;

sub archiveTranscriptSuccessors{
my Sself = shift;
my Sarch_trans = S$self->get_all_transcript_archive_ids;
if(@sarch_trans){
print "Archive Transcripts of Gene ID ".$self-»stable_id." are\n" ;
print Sout3 "#Archive Transcripts of Gene ID ".%self->stable_id." are\n" ;
foreach my S$trans (@$arch_trans) {
print "-=".$trans-»stable_id ."\n" ;
print "#".%trans->stable_id ."\n" :

return Sarch_trans;
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H mponyoUuevn e€1rO6Vva ametlkovidlel pépoc TOU KOOLKX ING HOPOING
cQUPUOYNC. JUVKERPpLUEVH , oeolvetal 10 Odnuiovupyla TV TPLOV
adaptors ®oTe vo  gfacpaAilotel n  Xxpnhon TV  aviiocTolxwv
kA&oewVv (Gene, Transcript, ArchiveStablelId) .

AKOAOUBOUV TPELC OUVAPINCELC

1. n findSuccessors vyia Tnv e€0peon TOV AIoyoOvV@V

2. findTranscripts otnv nepintwon nou npdxkelIal yLla gene 1D,
émou nol i ue TOoUC amoydvoucg ETILOTPEPOVTOL KoL TO
transcripts 1oug

3. ArchiveTranscriptSuccessor otnv mneplntwon tTou gene 1D,
é6mou waeoU Ppebolv Ta transcripts mnou aviloTolyxoUooav OTO
ID, PBploxkovtal ol amdyovol tou k&Be Transcript kol og molLO
yovidlo oavAkouv.

H spoapuoyn €&&yel To QmoTeAéouatd tng o Tploa apxela:
® OT0 TIPOTIO apxelo €&&yel TOUC amoyodvVOUC
® o100 deUtepo apxelo tTa transcripts twv amoydvwv*

® o010 Tplto TOUC ambdbyovoug Twv archive transcripts*

*6toav mpdrelTal yia gene ID.

4.2.3 Avantuén deUtepng €QUPUOYNC

H deUtepn sopapuoyr déxetal ooav gloodo ta tpla apxelioa mou efbvel
n ne®in. AeoU ovoaxkTthcouue OAa Ta IDs mouU PaC €vOLUQEPOUV PE TNV
IPOTN €QUPUOVYN, XenoLuomolLoUue 1tnv deUtepn Vvioa 1Tnv €&dpuln
IANPOPOPLOV OXeTLKX He oUTd.

SUYVKeRpLUEVH yvia OAa 1o Gene Ensembl IDs ,n e€Qapuoyrn uoC
EILOTPEPE L TLC €&NC mAnpopoplec
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10 dvoua TOoUu yovidliou oto omoio aviiotolxel TO ID
nv €fwteplkny P&on omd 1nv omolio mAipe 1o OSvoud TOU
/Vega) 1o yovidlLo

Tnv version tou ID

10 Ypwubowua oto omolo PBploketal 1O yovidio

o BLoétundc Tou (mX ov elval protein coding)

n apxn KoL TO TEAOC TOU yovidiou

TO PAKOC TOU

oe mola amd TLg duo aAucidec PRplokeTal

Uia Alota pe Ta transcripts Tou.

T'a Ta Transcript Ensembl IDs emiLoTpépel

1.

10 6voua ou petaypdpou OTO0 omoio aviioTrolxel To ID
nv €fwteplkny P&on omd 1nv omolio mApe 1o OSvoud TOU
/Vega)

Tnv version tou ID

10 yovidlo oto omolo avAkel TO transcript

10 Xpwudbowua oto omolo Pploxketol

o BLoéTundg TOU

N opxh XKoL TO TEAOC TOU

TO PAKOCg TOoU (Xwplg T €oddvia)

Ml Aota pe 1o €&dvid ToOU.

if (substr(%stable_id ,3,1) eq 'G' ){

my 5gene = Sgene_adaptor->fetch_by_stable_id($stable_id);
print "Info for Gene ID ". %stable_id. ":\n\n" ;
print "Gene name : ".Sgene->external_name()."\n";
print "External DB : " .S%gene-»external_db . "\n";
print "ID version " .%gene-»version . "\n";
print "Chromosome .5gene->slice->seq_region_name. "\n";
print "Biotype .5gene->biotype . "\n";
print "Start .5gene->seq_regilon_start . "\n";
print "End : " .Sgene->seq_region_end . "\n";
print "Gene Length : .5gene->length . "\n";
print "Strand I .5gene->seq_region_strand . "\n";
my Stranscripts = 5gene->get_all_Transcripts();
if(@5stranscripts){

print "\nTranscripts : \n". Sstable_id. ":\n";

for my $tr (@Stranscripts) {

print $tr->stable_id . "\n";

Etxkéva 4.6 : Andbomoopua ToUu KOJLKA Tng deUTepng €QAPUOYNC

(HGNC

(HGNC
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EniAoyog

Ta teAevtala xpdvia ,n OoNUAVTILKA €&EALEN TOU TOWéx TNG MoplakAQ
Birodoyloag o©g ouvduoacupd ue 1tnv €EEALEN TNG Texvoroyloag Tou
xenotuomotle{tTal , £€YOUV ®C OQImOTEAEOUA TNV €KOeT LKA aUinon twv
OAnpoeop LYV 1ou nopdyoviol omnd 1Tn RLoAoyLlkn kolvoéinita. To
veyovdg autd KEVEL ETLTOKT LKA TNV oaVAYKD Yix ovAntuén vEéwv
epyore lwv kol eeapuoyedvy mou Ba dilaxelplilovial xoal Ba avoaAUouv
SN0 autd Ta BLodoylkd dedouéva. TTOX0C €lval auth n cenefepyacia
va yvivetal 6co 1o dUuvatdV ILO QUIOUATOIO LNUEVA

To xpovikd dlL&otnuoa ovéupeca oe duo OLadox Llkég exrddoeLC 1INC
Ensembl éxelL mnAéov ueLwbel otoug O&uo unveg (meplimnou) omndtie
elval TOAU £éviovn n ovAYKN YLIa aquTtouaTn evnuépwon ITwv Bdosgwv
Aedouévwv mnou Poacilovial o oauthv. OL dUo €eQUPUOYEC TIOU
QVOATUONKOY OTI CUYKEKPLPEVN O LHAWUAT LKA €pyaocia avikouv o’ qUuThv
Tnv  xrotnyopla , dnAadn ota  epyoAeio mou  OLeUKOAUVOUV TNV
enefepyaclia 1Tng RlLoAoyLlkAg mAnpogpopiag 1Ing Ensembl oamnd 10
epeuvnT LkO KOLVO.

Further Considerations

Tevik& : H pedlovIiLkh €peuva OTOV TOoRéa TInNC BLOTANPOQPOE LKNAC
npémel vo €otl&oel oTInv €AAeLYn UIMOAOYLOTI LKAC LoxUog , n omolo
dev upmopel va RouAUyel Tn BLOAOY LKA TOAUTAOKOTINTIO.

Oocov  aeop& To oavilkeipevo aquUTAC TnC OdSLITIAMUATLKAC epyaociag,
K&mola  peAArovi Lk douAeld OBa  unopoUoe  voa  eotLldoel  OTInv
aflomoinon TOU LOTOoPLKOU mou e€&&yel 1n OPOIN €QUPUOYH YLIX Tnv
autduaTn  evnuépwon KATOLOU OUYKeEKPLUEVOU egpyaieliou 1 otnv
avénon Tou €UpoUg INC E€QUPUOYVAC QOTe Vo KoAUnTel ex16c and
vovidla kol petdypopa , mpwtelveg Kol puUuOULOT LKOUC TopdyovIEC.
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