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Tpipeinc 2oupfovisvtikny Emitponn

s ApovtCiac Tpnyopiog, Aékropac Biominpogopikne oty 'evalixy,
Tunpo Broynpeiog & Bioteyvoioyiog [lovemarniov Osoooliog

s Zipa Awnulia, Enikovpoc KaOnyntpia Bioloyias | Nevpofioloyiag,
Tunpo Broynpeiog & Bioteyvoioyiog [lovemarniov Osaooliog
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Evyopiotics

H rmapovoa oimiwlatiky epyocio  exkmoviiOnke ot1o  gpyaotipio
Biominpopopikng tov  tnpotos Bioynpeiog &  Bioteyvoloyias tov
lavemotnliov Ocoooalias ara miaioto tov llpoypdlpatog Metamtoyiokmv
2rovowv “ Epoployec Mopiakxne Bioioyiac — Mopioxny [evetiky —

Aroyvawotixoi Aeikteg™.

2e avto 0 aneio Ba nleio. vo ekppaom tic Bepléc ov evyopioties oe

dAovg daovg ovvéfalav atny oloxApwon THg.

[o1aitepo. evyopiotw tov k. I pnyopn Apoovtiia yia tmv ovabeon tov
Oélotog, yia v emotnlovikny tov kaboonynon ko’ oAy T oiapkelo NS
rpoormabeias Pov kabwg emiong tov gvyopiotw Oepld yio. v vTollovy Kal

NV KATOVONGH TOD E0€ILE.

Evyopiotw tov k. Znony Mojovpy xor v ka Ailidio Zipa, yio v
ovlletoxn tovg atnv Tpiplein Loyfovievtikn Emitponn kot Ti¢ DTOOEICEIS Kal
ovlfovlés Toug.

Evo eydlo evyopiotd opeilw oToV TPOTTUYIOKO @ 01TnTH AVApyvpo
I'. Xaliooty yio ™ Ponbeio mov ov mopeiye katd THV EKTEAEOH TOL

relpolotikod UEPOUG.
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Lepiinyn

To Witoyovopio eivor t0 EPYOTTATIO EVEPYELAS TOV KOTTOPOV KOl TOi{el oNUOVTIKOTOTO
poLo atnv Aertovpyio, Tov KvTTAPOL KaOWS Kar atny eCéliln twv eiowv. To yovioia wov
kwoikomorovvrar oto ME-DNA (ra ovolddovlle mt_mt_genes) elelioooviar ypnyopotepa
OO TO. VTOLOITO, YOVIOIO. ZKOTOS OUTHS THS EPYOTiag NTav vo. ledetnBei edv ta yovidia
OO  KWOIKOTOI0OVTalL 010V TupHvo, alla  ovPletéyovy  atnv  dolnliertovpyia  tov
Hizoyovipiov (ta ovolalovpe mt_genes) ‘mopocipoviar’ amo ta mt_mt_genes ko Eyovv
KOTOIES  10101TEPOTNTES OE oyéon He ta vmoioimo, mopnvikd yoviowo, (ta ovopdlovpe
nuc_genes), doov apopa v eléiln tovg, TS TPWTEIVIKES OAANAETIOPAoEIS TV
TPOIOVIWY TOVG Kal T0 Katd mooo cVUUETEYovv oe acbéveies. lio t0 0KOmO 0WTO
OVALEYONKAY OE0OUEVHL AEITOVPYIKNG KOTHYOPLOTOINGNS, YOVIOIWWNATIKNG, TPWTEIVIKMOV
aAnlemidpdoewv kou aobeveidv ano tig Paceis dedopévarv Gene Ontology, Ensembl,
BioGrid & GeneCards yia tov avlpowmno. o tg eeliktikés Uelétes ovAléyOnkov
oeoopéva (amé v Ensembl) and g ovykpioeic opboloywv yovidiwv Petald tov
avOpwrov ko mwévte dAlwv Oniactikdv (P. troglodytes, O. cunicilus, M. musculus, R.
norvegicus, C. familiaris). Olo ta waparavw dedoléva evowlarwbnrav & avaidOnkoy
oToTIoTIKG e Tpoypalllata omo TS yAwooes mpoypaplatiopod Perl & R. Eva and ta
pooike,  ovlmepdolata eivor ot ta mpoiovia. twv MU_QENeS &yovv TEPLEEOTEPES
TPWTEIVIKES aAANAETIOpaaELS Kol EMTAEKOVTAL TTI0 GLYVA G€ 0.00veELES T’ OTL Ta. TPOIOVTO.
v nUC_genes. Ooov apopad opwg¢ v eéélién twv mt_genes (AN/AS, fabuo ovveipnong
m¢ axolovbiag), dev el paviovy mwold alloonUeimTes O1aPopES WS TPOS TO, DTOLOITTA
yoviola. Néeg [eAéteg e 1) dtapopetiko tpomo vroloyiolod tov AN/AS, ii) drapopetira
KpITIpLO. ELTAOKNS £VOS yovidiov ato Witoyovopio (Ue Pdon tnv mpwtewikn kol oyt tqv
Tovidiokn Ovroloyia) iil) kabw¢ eions kai o avoTnpd, KPITHPLo EXLLOYHG TPOTEIVIKDV
oaAdnlemiopdoewv Bo. ypelaotodyv yio va amocapnviotel katd tooo 1o, yovioio, tov mt-DNA

OVUTaPATOPOVY TO. YOVIOLO. TOD TVPHVA.
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Abstract

The mitochondrion is the cell energy factory and has a great role in cell function and the
evolution of species. The genes that are encoded in mt-DNA (named mt_mt genes) have
a faster evolution than the others. The aim of this study is to search whether the genes
encoded in the nucleus that participate in the structure/function of the mitochondrion
(named mt_genes), are affected from their functional interaction with the mitochondrial
genome and the possibility to have some particularities compared with the rest of the
nuclear genes (we call them nuc_genes), regarding their evolution, the protein
interactions of their products (their proteins) and whether they are involved in diseases.
For this purpose, we collected data for humans from many databases such as Gene
Ontology, Ensembl, BioGrid and GeneCards databases. For our evolutionary study we
collected data from Ensembl, and we gathered some information from the comparison of
orthologous genes between humans and five other mammals (P. troglodytes, O.
cunicilus, M. musculus, R. norvegicus, C. familiaris). All these data were integrated and
statistically analyzed using Perl and R programming languages. One of the main
conclusions is that mt gene products (proteins) have, on average, more protein
interactions and tend to be involved in diseases more frequently than the nuc_gene
products. However, concerning the evolution of mt_genes (dN/dS, and the degree of the
sequence conservation,), we did not observe any substantial diffirences with the other
genes. In order to investigate more thoroughly the hypothesis that the nuclear genome
that is involved in mitochondrial functions is affected by the fast evolution of the mt
genome, further analyses will be needed in the future. For example, one should use i) a
different method of dN/dS calculation, ii) different criteria of search (assignment of
mitochondrial role based on proteomics and not on Gene Ontology), iii) and finally one

could use stricter criteria regarding protein interactions.
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KEPAAAIO 1

EIZATI'QI'H - O POAOY KAI H XHMAXIA TOY
MITOXONAPIOY

>t Bioloyia, n évvowa g avamvong £xet Suthn onacio. AQevog avaeEPETAL 6N
QLOOAOYIKT AgrTtovpyiat KoTd TNV omoio yivetow mPpdSAnym o&uydvov Kot OmoPoAn
dto&ediov Tov avlpaKka HECH TOV TVELHOVOV KOl OQETEPOV GTNV 0EEIDMOT TV TPOPOV
amd To KOTTOPa, Yoo TNV Topaywyn evépyelas. o m datypnon g {ong amarteiton
gvépyela 1 omoia wapdyetal kol ypnoonoteitan omd ta Kotrapa Pe ) Hopery ATP. H
dwdkacio dnpovpyiag tov ATP mapovcio o&uydvov koieitar agpopfra avamvon kot
glvarl yvoot) o¢ «ainfwvi] kKuttapkl] avamvor}». Baoikd polo ot Asttovpyia avty,
0T0 EVKOPVOTIKO KOTTapo, Tailovv ta prtoxdvopwe (Mopyopitng et al., 2004). H
HeydAn onpocio kot 1 omovdaldTnTe TOL GLYKEKPIEVOL O0pyovidiov omoTéAECE
AVTIKEIUEVO TOAA®V UEAET®OV OedoUévoy OTL TOo Htoyovoplo givar éva MUwTtdvopo
opyavidlo, To omoio dtaBétel Evav aveEApTNTO KOUKAO OVATOPOY®MYNG, TEPEXEL OIKO TOV
veveTikd LVAMKO Kot vrokeltal o€ TMOAAEG HeToAAdEels. EmmAéov, to Hitoyovoplako
YoVidiopo oAANAETOPA e TO TUPNVIKO, UE ATOTEAEGHO VO, ONLOVPYOVVTOL TPOTEWVIKEG
aAnAemdpdoelg Ko oOUmAoka, oynHatifoviag £€tol moAVvmAoka JdikTvo TO. OToid
Hmopov va. egliytovv gite e HeToAAGEELS oe vTdpyovTa Yovidia, gite e YOVIOIOKOVG
SMAAGLOGHOVG/ATMAELEG EVD GVGAEITOVPYIEG GTO YOVIOLN OVTA Kot KAT' ETEKTOOT OTO

Hitoyovdpia pmopovv va odnynoovv oe neptocdtepes and S50 achéveles.

1.1 IXTOPIKH ANAAPOMH

Ta Hitoxdvoplo, ovakoidednkov ®g¢ cuoTatikd Tov Kuttdpov 10 1886 amd tov
Altmann o onoiog ypnoilomoince Hio €01KN XPOOTIKY, TO TPAGIVO TOv Janus, yio
eotovikd Hikpookodmio. To 1898 o Benda eicdyel tov 6po «prtoxdvopio», to 1904 o
Meves meprypdopel ta Hitoxovopla ota. Qutikd kottapa kot to 1934 ov Bensley kot
Hoerr amopovovouv ta opyavidi e vreppuyokévipnon. H Aemtoplepeloxn Aenty

JoMN, 6 Hog, £€ytve YVOOT OpPKETA YpdVIo. OpyoTEPD, HUETA TNV KOTOOKELY TOL
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NAeKTPOVIKOD Hikpookomiov Kot xapn otig Herétec tov G. Palade, K.R. Porter, F.
Sjostrand kot dAlwv, to 1952, Omov emeTpdmn M Katavonon TV PloynHikdv
HNYOVIGU®V Kot 1) GLoYETION OOUNG Kot AEITOLPYING TOL OMHOVTIKOTEPOL KLTTOPLKOD

opyavidiov (Mapyapitngs et al., 2004).

1.2 IIPOEAEYXH TQN MITOXONAPIQN

"Exovv vmhp&er moArég 0 ewpieg oyetikd He v mpoéhevon twv Hitoyovopiov. H
Bewpio OP®G OV givar Yevikd amodektn Kot Bewpeital 6Tt mpoceyyilel TEPIGGOTEPO TN
Tpoéhevon TV Hitoxovdpimv gival n evdosvUprotiki} vwédeon (Martin & Mentel.
2010), n omoio. vrootnpilel 6Tl Ta HUToXOVIpLoL dnHovpynOnkav amd ™ cvUPimon
Boakmnpiov Kot apyEyovov KLTTOpOV. ZOHEOVE AoOwmdv He ovthv To HItoyxovopla
Tpoépyovtol amd TNV avanTLEN CLUPLOTIKOV oYEce®mV avdpesa 6° évo PaKTiplo Kot TO
KOTTOpO EEVIOTH TOL TPOCPEPEL GTN GYECT, OVTH TO TUPNVIKO YoVIdiwUo, &VO
TAVTOYPOVO XPNCILOTOLEL TO VST 0EEWMTIKNG POGPOPLAIMONS TOV POKTNPioL Yo
Ok Tov Ypnom. ZVHewvo He T OBewpio ovT), TO OPYIKO TPOKAPLAOTIKO KOTTAPO
EeVIoTNG NTOV £VaL OPYOLOPOKTNPLO KOt TTO CLYKEKPILEVA O-TPOTEOPAKTNPO OUO10 e
10 onpepwvd Thermoplasma, mov sivar avBektikd oe vyniéc Bepllokpoocieg Kot OEveg
ouvOnkeg. To kOTTOPO-EEVIOTNG dEV €lye POTOCLVOETIKN KOVOTNTO OVTE HTAV KAV VL
ypnolonotel amotedespatikd to o&vyévo. Eivar onUoviikd o’ avtd 10 onpeio va
avagepOel 0Tt T HiToyOVIpLo TOPAUEVOLY MU TOVOUN omtd TNV Gmoyn 0Tt KpaTtohV TO
OO TOVG YEVETIKO VAIKO TO Omoio avTiypdeeton Kot ekepaletar oAAd dev Hmopel va
vapyel owtovopo. 'Etol, 10 Hitoyovoplokd yovidiopo Bewpeitor to vIOAEWUA TOVL

Baktnplokol YevadpaTtog TG apyikng evooouUPiotikhg oyéongs. (Ew.1.1)
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Eukaryole diversificalion

t i =+ '/, Mitochondriate
cukanyote
3 —
62~consumng
J c-protecbacterium
| Amitochondriate
= eukarycio
a b < d L] f a

R ] ' O
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Ewxova 1.1 [lpoélevon twv Witoyovdpionv kai Hoviéda opyavielav mov milavitato covéfallav

oty onlliovpyia tov Hitoyovdpiov (Martin & Mentel. 2010).

H vr66eon g evooouProtikng mpoérevons Paciletar oty o Hodtnta Tov vIdpyet
avapeco ot Htoyovopla kot T mpokapvmtikd kvttopo (Ewk.1.2). Yrapyouvv
OHOOTNTES OTN B€01 NG AVAMVELOTIKNG GALGIdNG, €V TO PaKTnpPloKd UECOGMLO
(mpoéktaon g TAAGHATIKNG HEUPPAvNC) Hotalel e TIG UITOXOVIPLOKES aKpPOAOPIES Kot
mepi€yel ta. EvOUHa G avoamvevoTikng  aAvcidag.  Tlapddinia mapatnpovvtaol
oHodTTeC ®¢ mpog v Vmapén kvkAikov DNA, 1t dvvardomto aveEaptnng
TPOTEIVIKNG cvuvBeons, Tov TPOTO TOAAATANGLOUGHLOD KOl TNV TOPOLGIN KOPIOATIvIG

7oV amoTeLEl KUPLO HeUPPovIKO POCPOATION0.
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Ewxova 1.2 Midypallyo. oto omoi o paivovior ot o\l oidtytes avaleoa o’ éva faxtipio kai Eva

Wizoydvipio (Owpdmoviog, 1993).

Me agopun v SVUPLoTik) vdBeon Yoo TNV TPOEAELON TV UtToYOVIpimY GAAG Kot
TOV YAOPOTAAGTOV Kot UETA 0md TOAAEG YEVORIKES UEAETEC TOV €OV TpayHoTomomOel
€xouv o vapepBel Tapa TOAAEG mepTMOOELS OnUovpYiag SVUPLOTIKGOV Poktnpiov T
omola. mepéyovv eEoupetikd Hikpd yevetikd vAkd. Avtoiot  opyoavicpol €xovv
aveapmnmn Kotoymy omd TS Oeopes Poktnplakéc o HAdeg evd éva  Poactkd
YOPOKTNPIOTIKO OA®V givar 0 e&atpeTikd YpNyopos puOHUOS eEEMENG TOV TPOTEIVAOV TOVG
Onm¢ emiong kot o avEnHévog aptBpog Twv chaperons. To Hikpd yeveTikd LAMKO avTdV
TOV 0pYovIdimV KmOWKOTOEl TOAD AyoTepeg TPMTEIVEG 0 GYEON He Ta YOVIOLdpaTa
dA oV opyavidiov Kot v, OUmg 1 Pactkn dapopd 6€ Gy€om e aVTEG TIG OVTOTNTEG
elvar n datrpnon ToAADV yovidiov kab OAn T dudpkela Tov KHKAov {wNg mov lval
TOAD oNUavVTIKE Yo TV emPimorn tov opyavicHov. MeAAoVTIKES epyacie kot HeAETES
OV  QPOPOVV OVTOVG TOVS OPYAVIGHOVG, OUVOTOL VO O DCOVV TOAAEG TANPOPOPIES
oyxetil{opeveg He v eEEMEN TV KLTTAP®V, TNV VO™ TOV 0pYavidiov KaOdS Kot To Tt
onMaivel va givar Hia kuttapikny ovrotnto avtovopn (Ew.1.3) (Mc Cutcheeon et al.,
2011).
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Nature Reviews | Microbiology

Eiwxova 1.3 H otadioxn Ugiwon tov yovidiwlotos o évay Poktipio-Cevioth koi onfiovpyio evog

ovpfiwtikod Poxtypiov (Mc Cutcheeon et al., 2011).

1.3 AOMH TQ2N MITOXONAPIQN

Ta ptoyovopla yopaktmpilovior ®g SumAopeUPpavikd opyovidia. ZvVETMG
VIApYovVV 600 UePPpdveg, N eEwTeptkn Ko 1 ec@Teptkn. Ot dvo avtég HepPpdveg sivat
TOAD oNHAVTIKEG Yo T Olatpnon Kot v vmoapén tov Hitoxovopiov dedopévov OTt

Kkabopilovv 1o okeLeTd TOL (OwpdTOVAOC, 1993).

H g&otepikn prtoyovoproxi) LepPpavn (outer membrane) €yt méyog mepimov 6nm
Kot Stoywpilel 10 €0MTEPIKO TOL Hitoyovopiov omd to vmdérlowmo kvtrapdmiacia. H
HeuPpavn ooty mepiéyel Mo HeyaAn mpoteivn, tv mopivn, n omoia oynpatilet
VIPOPIAOVS dHAOVG Kol eivar dtamepaty) amd OAa To Hoplo Pe MB Hikpotepo amd 5
kDa. Xtv pepPpavn avty vrdpyovv mpoteiveg mov meptiapfdvovv évivpo to omoio
oyetiCovtar Pe ™ ovvbeon TV Mmdiov, VO VIAPYOLY Kol GAAN TOL UETOTPETOLV TO

Mmidl o mopdymya, to omoio. otr cuvéxeln Hetafoiilovtor oty HUITOYOVOPLOKY

pMTpoL.

H sootepuciy pitoxovoprokn Hepppavn (inner membrane) mepucieier pia
KOKK1(DON TTEPLOYN OV OVOUALETOL UITOY0dPLaKog YOOGS 1| PjTpa (Matrix) kot et kot
ot Tayog mepimov 6 nm. H pepppdvn avt) sivor adomépactn and to 10VIo Kot To
TEPLOCOTEPA POPTIGHEVO HOpLa, evd oynHatiler moAvdpOues avadImTADGCELS TPOS TO

€0MTEPIKO TOL Hitoyovdpiov or omoieg ovopalovtal Hitoyovipiakés oxpologics. Ot
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Hitoxovoplakés akpologieg eivarl atedn dta@pdyHata mov dev SOKOTTOLV T GLVEXELN
00 gomtepikod yodpov (Ew. 1.4), kot mepiéyovv TPOTEIVEG TOL EKTEAOVV TPELS
Slopopetikég Aettovpyieg: (o) TIC TPOTEIVEG TOL SIEKTEPALDVOLV TIG OEELOMTIKESG
AVTIOPAGELS TNG 0AVGIdAG HETaPOPAG TV NAekTpovimy, (B) tn cvvBetdon tov ATP mov
napdyer ATP kot (y) Hetapopikég mpoteiveg (mepedoes) mov emtpémovy TN 8i0d0
HetaPoltdv mpog ko amod ) Utpa (Zipa et al., 2010).

Outer

Inner membrane
membrane

Cristae

Eixova 14 Zynlatixn OTEIKOVION 700 Hitoyovépiov

(http://www.nature.com/scitable/topicpage/mitochondria-14053590).

H piqrpa (matrix), omotelel otnv ovoio TovV E0OTEPIKO YDPO TOV UITOXOVIPIOL Kot
ePEyeL €va TOAD TLkVO PiyHo ekatovtdowv eviOlwv, ota onoio mepthapdfdvovtor ta
¢vQupa oL amottovvToL Yio TV 0&EidmON TOV TVPOCTUPLAIKOD Kol TOV MTAP®V 0EEWMV,
kaBmg kot o Eviupa Tov kokhov tov Krebs. H pntpa mepiéyet emiong apketd avtiypapa
Tov Hitoyovoprakov DNA, edwd pitoyovoplakd piocopata, poplo t-RNA kot motkila
évQulo amapaitnta yo v £Kepoot TV Hitoyovdplokov yovidiov (Zieo et al., 2010).
Eniong ot pHitoxovoplokn Ptpa mopatnpodvior Kot to, Utoyovoplokd £ykielota, to
omoia Hopporoyikd givorl kokkio Kot amotelobv Tic BEoelg d€oevons diohevav 1OvImV,
xupiog Ca™ ko Mg™ kot ovopdlovTar evSopttoxovdpiakd kokkia evd o aplOUoC Tmv
EVOOHLTOYOVIPLOK®MY KOKKI®MV Olopépel amd Tov €va KLTTOPIKO TOTO GTOV GALD. XTnVv
Hitoyovdplaxn Hntpa £xovv emiong moapatnpndel Kokk®mon copdtia to onoio Hetd amnd

avaAVGELS amodeiytnke 0Tt givar fitoyovoprakd prfocapata. H poppoloyia toug eivar

14

Institutional Repository - Library & Information Centre - University of Thessaly
21/05/2024 16:43:02 EEST - 13.58.97.126



0w Pe T Hop@oAoyia TV KLTTOPOTANSUATIKGOV PLBOCMUATOV KOl AELTOVPYOLV LE TOV

1010 PNyovioo yio T oV UITOYOVOPLOKADV TPOTEIVOV.

Téhog a&iler va mpocBicovple 6Tt T0 Yovidiopa TV Hitoxovopinv sivor KukAkod
DNA kot éxer pmxog 4,5-5,5 pm kot Bo yivel avaAvtikdtepn avagopd ce €mOHUeVN

napdypago (Owporoviog, 1993).

1.4 KATANOMH, METEOPOYX, XXHMA KAI APIOMOYX TON
MITOXONAPIQN

Yg TWOAMG KVTTOpO TO  Hitoxdvoplo  €ivon 0 HOWOHOop@o  KotaveUnUéva  6To
KUTTOPOTAOCHA, OAAL GE OPKETEG TMEPMTMGEILS CLYKEVIPOVOVTOL GE GLYKEKPIUEVES
neproyéc. H xatavopn tov pitoxovdpinv oe cuykekpléves kuttapikég BEoelg dtopopmv
TOMOV KLTTpwv oyetiletar Pe v KOplo AETovpyio TOVG G KEVIPO TOPOYMYNS
evépyelag. Ily. oe éva omeppatolmapio, ta Hitoxdvopla Bpickovior otnv ovpd, yopm
amtd TOV TLPNVA TOL KivntoL HacTtiyiov, mov yperaletor ATP yio tnv xivnon tov, eved 6°
éva Hookapdlokd KOTTOpOo, o Hitoyovopila Ppickoviol KOVIQ T GUGTUATIKY] GUGKELT

€101 doTE 1M VOPOAVSN ToL ATP va TapEyeL TNV ATATOVUEVT] EVEPYELD Y10 TY] GUGTOAY.

Ocov agopd 10 HéyeBog tv Hitoxovdpiov, ovtd eivar cuviBmg dSlopopeTikd
Hetalld Tov kuTToptk®v TOmev. To TAdTog TV Hitoyovdpimv kupaivetar cuviBmg amd
0,5-1 pm evd 1o Pnkog pmopel va etdoet kot to 10um. To péyebog twv Hitoyovopimv
etvar duvatov va PetafAndel puoloroyikd 1 TaBoloyikd Vo GLYKEKPIUEVES GUVONKEG.
Y10 KOTTOPO. TOV €YYVG ECMEPOUEVOD VEQPIKOV GOANVOPIOL T.Y., TO HiToxOvVopla
ALEAVOLY PLGLOAOYIKA TN KAl TOVG Yo Vo aVTATOKPIOOLV GTIC avENHEVES HeTaBOAKES
ATOLTAOELS KATA TNV TPOSPOPNOT YALKOINGS, aplvo&éwv, dIKapPoVIKOV Kol POGOOPIKMV
wvtov. Metaforég oto Péyebog Twv Hitoxovdpiov mpokaAoOvIol Kot ond ovsieg Tov
emnpedlovy ™V 0EEWMTIKY] POGPOPLAIDGCT OTWG T.Y. KLOVISO, SVITPOPOIVOAN KTA.
[ToAD peydho Hrtoxovopla (Unkovg Héxpt kat 30UM) TopatnpovvIal GE TEPITTOCELS
AAKOOMGHOD KOl 68 d1APopeS TAHOAOYIKEG KATAGTAGEIS. XTO HVOKAPIIO T.Y. KAT® omwd
ouvOnkeg avo&iog, vmo&iog 1 UETA amd enidpacn opHovadv I papUdKmy, oynHatilovtot
TOAD Heyddo Hrtoyxovopla mov ovopalovtal Ueyapitoyévopla. Avtd dnmpiovpyovvral
amd oOHvInén UkpOTEP®V HITOXOVOPImV, £XOVV KOVOVIKEG UITOYOVOPLUKES aKPOAOPIES

KO 0ITOIKOOOHOVVTOL PE AVTOPAYOKVTTAPWOT).
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To oyuUo tov Hitoyovopiov emiong Oev eivor otabepd aAld cvvnbwg eivar

EMUNKES, OAAAVTOELDEG 1| CKOANKOUOPQO.

O axpiig apBUog TV Hitoxovopimv evog KUTTAPOL £ival ODGKOAD VO TPOGIOPIGTEL UE
axkpifela, oAAG yevikd o oaplOUog owtdg PeTafdAdeton avdAoyo He Tov TOTO KOl TO
Aertovpyikd 6Tad0 TOoV KLTTAPOL (BwUoTovIog, 1993). Ta Hrtoxdvopla amoTELOVV
ocuvvBwg 10 18-20% t0LV GUVOAKOD KLTTUPOTAACHATIKOD OYKOL TOV EVKOPLMTIKOV
KLTTAPOL Kot 0 aptBuog toug kupaiveror and 1.700 6° éva nratoxvttapo xor 10.000
ot yyavtwo apoiade Chaos chaos péypt kot 10.000.000 ota woxvtTopa apPimv
(Mapyapitng et al., 2004). EmmAéov ota QuTiKG KOTTOPO VITAPYOLY TOAD AlydTEPO.
Hitoyxovopla an’ 0Tt ota {oikd KOHTTOPO EVED OTO KOPKIVIKG KOTTOPO O optOOc Tovg
ehattdveTor oe oyéon He To avtioToryo HN KopKvikd KOTtapo. Avtd, oesiieton
mBovotato otn Helwon g 0&EWMTIKNG Kol avénon TG YAVKOALTIKNG dpdong Tov

KOPKIVIK®V KuTtdpov (@mportoviog, 1993).

1.5 AEITOYPI'IEX TQN MITOXONAPIQN

O K0p1og péAOG TV UrToyoVOpimV gival 1 mapaymyn evEPYELNg e UNYOVIGHOVG TTOL
glvar yvootol og Proroyikéc o&ed®oelg Kot ot omoiol TepAaUPdvouy Tig avTidpaoelg
napayoyns COz and tpt- ko dikapPovikd o&éo (kdkhog tov Krebs), ) petagopd
niextpoviov, v mapayoyn ATP (tprooceopikig adevosivig), v ofeidwon

MTopdV 0EEWV Kot TOV KATABOAMGUO TV apltvoEéwmy.

Kdébe tomucd gvkapvmtikd kdtrapo mapdyet ~10.000.000.000 popro ATP kab 6in
T ddpkela ¢ LN Tov, CLUPAALOVTOG £TGL GTNV EMITEVEN CNHUAVTIK®OV AELTOVPYLOV

omeg:

* 1 ovvBeon Hokpopopiov (mpoteiviv DNA, RNA, molvcokyopitdv,
Mmdiov K.o)

e Vv kivnon Haotiyiov Kot PAepopidwv

* 11 60oTAoT HUIK®OV KUTTAPOV

*  TOV MOAVHEPIGHO WIdI®mV KLTTOPIKOD GKEAETOV

* TNV evepyN HETOQOPA 1OVT®V Kot pLOICTIKAOV Hopiwv HEGm TV HePpavdv

* TNV &vOOKOTMOOT KOl EKKPLON
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« Vv evlupikn koTdAvon K.o. (Mapyapitng et al., 2004).

1.5.1 O kdxloc tov Krebs

O xvkloct ov Krebs omotedel v kown katafoliky 000 0EEOMTIKNG
AOIKOOOUNONG TV AmdimV, VIATOVOPAK®V Kol TPOTEIVOV G OAO TO KVTTOPO, OFE
aepoPfiec ouvOnkeg kot e€elicoetar oto ydpo ™ MNRTpag (20.000 xoxdor Krebs
rpaypotorolovviar kdbe oty o’ éva kopdiaxod WHitoyovopio) Eivar Hior opyovopévn
aAAniovyio evOOUIKOV 0VTIOPAGE®YV, Ol OTTOIES £XOVV GOV APYIKO KOl TEMKO VTOGTPMLLOL
10 o&aho&kd o&v (Ew.1.5) (Zipa et al., 2010).

e G TpiyAukepidia

Y&pbAuon
B OEeidwon
I'Iuoocro(pu)\mo AKETUAO COAK:i Alnopo O&:O
KYKAO):
KREBS
xATP
(H O\

1 H* H* H* \: kYe] MeTtagopa
- 2H* NAEKTPOVIWYV

:ATP':
.

. —_—
J MUPOCTAPUAIKS
V'
FAukSAuon

FAukoln

KuttaponAaopa

ECWTEPIKN MWEMBPAVN ——

npwroviwv

) eoureon
HEUBPAVN

B AvtAnon
-
eEWTEPIKA HEMBPAVN ——— \

Eiwxova 1.5 To Uopia ¢ yrvxdlng diaomdviar o mopootapviiké (1), to omoio Praiver ota
Hitoyovdpia, omov kar oéeidmvetor \e tn fonbeia TS TVPOTTAPVAIIKNS APVOPOYOVAGHS T AKETVAO
—CoA. A2in mnpyn axérvlo COA eivar to Jimapa oléa, PWéow the f-oleidmwong. Xty ovvéyeio to
axétwolo COA Urmaiver oto kdkio tov Krebs (2). Toa kipio mpoidvia tov kvkiov, NADH kau
FADH2 Sivovv ta nlektpovia tovg otyv avorvevotiky alvoida (3a), 6mov e v avaywyh tov O,
ae HO oniovpyodv t diopopd, ovykévipwaong npwtoviwy (3f) mov evepyomoiel ty ovvletaon tov

ATP oty ecwtepirii Pel\fpdvy yio vo mapoyBei ATP(4) (Zipa et al., 2010).

1.5.2 Olciowtixny pwopopvriwon

O&e0oTIK] OGEopLAI®Gn ovoldletor N dadikacio Tapaywyng ATP arnd
ADP «xot Pi kot mpaypotomoleitalr  oTnyv € OTEPIKN itoyovdplokn Heuppavn. H
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0&edmTIKN POo@opLAimo gival 1 KOplo Tyn ATP kot amotelel to emotéyacpo Hiog
CEIPAC EVEPYEWNKMV HeTAGYNUOTICH®OV, Ot omoiot ovopalovtal 610 GHVOAO TOLG
KUTTOPIKY] ovomvor]. [evikd, katd Tnv  KLTTOPIKY OVOTVOY  KOTOVOAMDVOVTOL
mopootaPVAkd 080, Amapd o&éa, ADP, owoeopikéco Hadeg kot o&uydvo, evd
nmapdayovror CO; wkar HO pe 1t ypnon evOOHOV T MG OVOTVELCTIKNG 0ALGIOOG

(®opomovrog, 1993).

1.5.3 H B oéciowon twv himopwv oléwv 1 Elika tov Lymen.

Ta Mmopd o&éo ofewdmvovtal (amotkodopovvtal) HOvo €dv gvepyomonBovv
TPONYOVHEVMG ad TO GVVOLAGUO TOVG He To cuvEViLUO A kot U v TpobmdBeon Ot
Ba ewoPfdAlovy ot Hitoyovoploky Untpa. To mépacpa Héow g HepPpdvng yiveTon pe
™ PBonBeta g kapvitivng. H amowoddunon eEehicoetal Héoa ot PATPO GE 100y KL
otado. H mAnpng o&eldwon tov AMmapdv oéwv anopépel onUovtikd amodépata ATP

010 kOtTopo. [ mwapdaderypa n amddoon e ATP tng amotkoddoUnong Tov ToAHLITIKOD
o&éwc oe CO; kot H20 givar 129 ATP (Zipa et al., 2010).

1.5.4 H obvBson twv limopadv oléwv.

H oVvBeon tov Mmapdv o&€wv Umopet va yivel 6To ecmTEPIKO TOV HIToYOVOpimV
He T Ponbeia evdg cuoTAUOTOC, TOV Eivat YvmSTO e TO Gvolla Hitoxovoplakd cOGTNHa.
H obvBeon axoiovbei tnv avtiBetn mopeia amd ekeivn mov ypnoilomomdnke yo tnv
amolkodopnon tov Amapov o&Emv. To amotélecpa sivor cuvnbmg m ocbvBeon Tov
oteopkoy o&éwg, OAAG emiong Kol HIKPOV TOGOTHTOV T OAULTIKOD, A0OVPIKOD,

HuproTtoikod Kot apaydovikod o&éwg (Zipa et al., 2010).

1.6 HTENETIKH HMIAYTONOMIA TN MITOXONAPIQN

H vmopén DNA ota pitoxdvoplo emPefordbnke amd tovg Nass kar Nass to
1963. Yrdpyovv apketég dwapopég petaEL MIDNA kot mopnvikod. To Hitoyovoplakd
DNA (MmtDNA) eivar éva 6 ikhwvo KuKAMKO HOplo evd TO mupnvikd givorl YPoKo
(Ew.1.6). To 1981 Bpébnke 611 10 Hitoyovoplokd yovidimpo omotereitor amd 16.569
Cevyn Phocwv, evd to mopnvikd and 3.3 dioekatoppbpla {evyn Pdoswv, elvar un-
avacLVOLAlOHEVO, YOUVO omd 1oToveg Kot Hotdletl Pe to Paktnplakd DNA. Eival woAdd

onMavtikd va avoaeepbel 6t Hovo 10 3% Tov YEVORATOG deV KMIKOTOLEITAL, EVD GTO
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TUPNVIKO Yovidiopa T0 1060610 owtd avépyetal oto 93% (Chial et al., 2008). Xta mo
ToALG kUTTOpa Onhaotik®dv to MIDNA éyer punkog 5,5 Um, oto QLT Kol GTOLG
Hucpoopyavicovg etvar 3-5 @opég Heyoddtepo evd o€ oxéon He 1o Paxtnprokd DNA
(1000pum) 1o MtDNA eivor pikpdtepo. To avOpodmvo MtDNA amotedei Hovtéro
KUTTOPIKNG OIKOVOHinG, apov ypnoiomolovvtot OAa to {evyn fAcewmv Kot Ogv VILAPYOVV
wipovia, yevdoyovidw, emavorapPfovopevo DNA kot Heydheg akohlovbieg mov va

napeParrovror pPetalh Tov yovidiov, eved avtd Ppickoviol moAd kovtd to €vo 6To

aAro.
12S
rRNA fF  D-loop
16S
Cytb
. Heavy
strand
ND1
ND5
ND2
Light
L strand
OL

. &y G
COll 8 6 Colll ND3
ATPase

Eixova 1.6 Xaptne tov avOpadrmivov Hitoyovopioxot yovidiwpatog. To MIDNA repilopfaver 37
yovioia wov kwoikomorovv 13 mpwreives, 2 TRNAS xar 22 tRNAS. To tRNAS ¢ivar didorapta
Katavelnévo w¢ Hovades 1 oynlatilovrac ol aoeg, Petold twv dilwv RNAS.Ta tRNAS wov
KwdikomoiodvIol ano ™ Papid. alvaida vmodeixvoovrar e yaldalio ypwla, kor to IRNAS mov

KWOIKOTOL00VTOL AT THY eAa@pId alvaido vrodekvboviar Ue kitpivo ypwo (Chial et al., 2008).

210V TOPOKATO TivoKo Yivetal avagopd TV dlapopdv Hetalh tov Hitoyovdplokol Kot

nmupnvikov DNA (ITw.1)
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Table 1 | Comparison between the human nuclear and mitochondrial genomes*

Characteristic
Size

Number of DNA molecules
per cell

Number of genes encoded
Gene density

Introns

Percentage of coding DNA

Codon usage
Associated proteins

Mode of inheritance

Nuclear genome
~3.3x10% bp
23in haploid cells; 46 in diploid cells

~20,000-30,000

~1 per 40,000 bp

Frequently found in most genes
~3%

The universal genetic code

Nucleosome-associated histone
proteins and non-histone proteins

Mendelian inheritance for autosomes
and the X chromosome; paternal
inheritance for the Y chromosome

Mitochondrial genome
16,568 bp
Several thousand copies per cell (polyploidy)

37 (13 polypeptides, 22 tRNAs and 2 rRNAs)
1 per 450 bp

Absent

~93%

AUA codes for methionine; TGA codes for
tryptophan; AGA and AGG specify stop codons

No histones; but associated with several proteins
(for example, TFAM) that form nuclecids

Exclusively maternal

Replication Strand-coupled mechanism that Strand-coupled and strand-displacement
uses DNA polymerases « and & models; only uses DNA polymerase y

Transcription Most genes are transcribed All genes on both strands are transcribed as
individually large polycistrons

Recombination Each pair of homologues recombines  There is evidence that recombination occurs at
during the prophase of meiosis acellular level but little evidence that it occurs at a

population level
"Table modified from REE. 171 © (1888) John Wiley and Sons. TFAM, mitcchondrial transcription factor A; rRNA, ribosomal RNA.

Hivaxac 1. Miapopéc Witoyovipioxod kor mopnvicod DNA (Taylor et al., 2005).

Ed® a&iler va avapepbel mwg o pvOuog petdAraéng tov mtDNA eivor mepinov
100 @opéc peyarvtepog amd avtov tov topnvikov (Chial et al., 2008), kol cuvenmg to
YEYOVOS 0vTO GULUPAAAEL oV aLENUEVY] GLOCMPEVLOT TOAVHOPPICUOV Kol TN
onHovpyia HeydAng moikihopopeiog Hetald TV Hitoxovopiov, Oyt HOvo UeTa&y
SLOPOPETIKMV €DV, 0ALY Kot ovaplesa oto 1010 €1d0g. Ot Adyot Tov gvBHvovTat Yo Tov
1660 HeydAo puvBUd petarroaktikotntog Bo cuinmmBovv oto emduevo keedioto. O
aLENHEVOS pL OGS TV HeTOALAEEDY TV HiToxovopimv GUHPAAAEL HoakpompOBesila
oV e&EMEN TV eWdav. Télog mpénel va onpelwbel 6TL 1 TAEOYN Gl TOV TPOTEIVOV

OV €1vol OTOPAiTNTES Yol TN UITOYOVOPLOKT) AEITOVPYIO KOOIKOTOLEITAL OO TO TLPTVIKO

Kot Oyt amod to pitoyovoplakod yovidiopa (Kopovag & Todykapng, 2011).

Metd amd avalVceg Tov YAPT TOL aVOPOTIVOL ULTOYOVIPLOKOD YOVISIOUATOS
Bpébnke mwg mépa amd v vmapEn Tov KLKAKOD dikAmvov Hopiov Tov €xel avapepOet
SLPOPETIKOTNTO TOV KADVOV, 060V apopd to mepleyoevo oe GC, Pe amotélecila o
évag va gtvar Bapitepog Tov dAlov. O évag kKhavog ovopdletor H (heavy) kot o dAlog L
(light). To mtDNA kmdwomotei 37 yovidia: 13 yovidia ToV TPOTEIVOV TOL 0VAKOLY GTO,

ovpmioka I, I, IV kot V g avamvevotikig alvcioag, 22 pitoyovoplakd tRNAS kot 2
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rRNAs (12S ka1 16S). Ewdikotepa, o khdvog H kwdikomotel 28 yovidia kot o khmvog L
Kodwonotel 9 yovidua, ek TV onoimv Ta 8 Kmdtkomowobv Hitoyovoplakd pHopla tRNAS.
210 Hitoxovoplakd yovidiopa £xet Bpebdel Hia meployn mhovowa oe AT, 1| omoia amotelel

T0 oneio Evapéng g avirypaeng kot ovoldletan replication origin 1 D-loop (Ew.1.6)

AOY® NG KLTTOPOTAACHATIKNG TOV EVTOMIONG, TO HITOYXOVIPLOKO YOVIOIM}LOL
KAnpovopeitoar  pUntpwkd  (to  dplo  omeppatolmaplo.  TEPLEYOVY  TOAD  Aiyo
KLTTOPOTAOGHA e Alyo pitoyovopia). ¢ ek ToVLTOV, HOVO To. ONAvKE dTopla Propody va

HetaPifaoovv Tig HeTaAAGEEIG 68 OAOVG TOVG aToYOVOLG aveEaptitmg VAo (Euc.1.7).

Mitochondrial
Unaffected Affected Affected Unaffected
father mother latﬁer mother

\ )
]
',- ol N
| \
| b

th

Affected children Unaffected children

iR

Wa ) A

- Unaffected
[j Affected

U.S. National Library of Medicine

Ewova 1.7 ZynUotixy ameikovion e Wntpikns kinpovolnons. To itoyovopiaxo yovidiwlo
Wetofifaletor  Untpikd o OAovg T ovg amoyovovg avelaptitwg ¢ovlov (http:/fwww.web-
books.com/eLibrary/Medicine/Appendix/Mitolnheritance.jpg).

E&aipeon omv Héxpt topa mapadoyn o6tt o MDNA  «Anpovopeitar omokAeloTikd
HUNTPIKA amotelodv To. POdw g owoyévelog Mytilidae, (ot cvykekpiplévo 1o €idog
Mytilus galloprovincialis) ta omoia ep@avifovv éva Eexmplotd TPOTO KANPOVOUNOTG
tov pitoyovoplakoh DNA. Ta 6nivkd dtopa petafipdlovv to Hitoyovoplakd tovg DNA
(tOmog F) otoug OnAvkovg Kot 6Tovg apoevikovg amoydvovs. EmmAéov to apoevikd

MO epiEyovv Evav akopn tomov MDNA (tdmog M), tov omoio petafifalovv Hovo
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OTOVG OPGEVIKOVG TOVG 0moydvous (AumAn Movoyovikry KAnpovopneon). Ede oa&iCet va
avaQEPOVE  OTL GE  OPICHEVEC TEPMTMOELS TAPATNPEITAL TO  QOVOUEVO NG
appevomoinong Katd to omoio £va yovidiopa tomov F aviwkodiotd to M oty motpikn
YPOUU KANpOVOUNONG, HE OmOTEAEGHA VO VIAPYOLV OPCEVIKE HOOI0 ETEPOTAAGHLK

Yo 600 drapopeTikd Tomov F yovididpata (Ladoukakis et al., 2002).

Ta prtoyovoplakd yovidia ypnoomolovy TEAOG £vay EVOAAUKTIKO KMOKO KOTA
v Hitoxovoplakn mpmteivoohvheon. Ot TopaAloyég OTO YEVETIKO KMOOWKO TMOV
Hitoyovdpiwv oe oyéon HUe TOV «TOYKOGHUIO YEVETIKO KOOWKE» cuvoyiloviol oTov

TapakdTo Tivaka 2 (@opdémoviog, 1993).

‘ | Hayxoowog -
Ooyoviopds | Kobdwovio | yeveunds | Mitoydvdor
- wwdag
Koduws
UGA @ ,MOWO Tovmtopdvy
Adgng
OnhaoTing AUA Tooheuxnivy Mebetovivy
Kodued
AGA, AGG Agywivn @ ’m(}wo
Anéng

Hivaxag 2.I1opollayéc otov yevetikd kwodiko twv Witoyovipiwv oto Onlactike (Kopovag &

Todykapng, 2011).

1.7 IHIAOOI'ONEYX KAl OYAETEPEY METAAAAZEIY 2XE
MITOXONAPIAKA I'ONIAIA tRNA

Ou petodrdéels daxpivoviar oe maBoydveg kot ce ovdétepes. Ot mPAOTES
emnpealovv 1 dopn kot TN Asrtovpyia Tov Hitoyovoprokov DNA Ue amotélecpa tnv
elpdvion oacBeveldv otov opyavicHd. Ot deltepeg Oev emmpedlovv ) OOUIKN
OKEPOLOTNTO KOL TN AEITOLPYIKOTNTA TOL Hitoyxovdpiov Kot cLUPBEALOVLY o1 dnUtovpyia
YEVETIKNG TOWKIAOTNTAG €VM HUmopovV va ypnoioromnBodv Kot Yo T QUAOYEVETIKY

avdAvon Tov TANBLGUOV.
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Metadraelc Exovv Ppebetl oe G0 TO Hitoyovdplakod yovidiopa, ota tRNAS, ota
rRNAS ka1 otic mpoTeiveg NG avVamVELSTIKNG aALGIdaG. Q6T000, 01 TEPICCOTEPES
apopobv Mt-tRNAsS. H mieioyneic tov Mt-tRNA yovidiov ocvykevipdvel 1060
naBoyoveg 660 kol 0VOETEPES HeTaAAGEES, Yeyovog a&loonpeimto kabdg ot tRNA
aAAniovyieg amotedodv Hévo 1o 10% TOL GUVOAIKOD HITOXOVOPLAKOD YOVISIOUOTOC
(zifaetal., 2007).

Katd tv duipkeie g televtaiog Oekaetiog vmnpe Mo TPOOSELTIKN
GLGGMPELCT AVOPOPOV OV GLVOEOVV TIG HetaArdelg twv ME-tRNA yovidiov e
cofapég datapayés otov dvBpwmo. Méypt otryung £xovv meptypapei 139 maboydveg kan
243 molvpopucég Hitoyovoprokég tRNA petaAldéers. Aedoévng TG TOAVTAOKOTTOGC
OV TOPOLGLALEL YEVETIKA KOt PloynHikd to Htoyovoplo, ot KAVIKEG EKONAMGELS TOV
Hitoyovdplak®mv mabnoewv givar apketd etepoyeveis. 'Etol pmopodv vo topovclactodv
BAdPec oe oLYKEKPILEVOLG 1GTOVG 1 QOHES 10TMV KOl Vo, TPokANnBovv ToAD cofapéc
acBéveleg dmwg Hvomdbeteg, Kapdlopvomddeleg, eykepalolvondOeleg 1 akOUN Kol 7O
noldmAoka cvvopopo (Zifa et al., 2007). Xe molAég amd ovtég TG acOéveleg
dwmictodnke N VIaPEn cLVOLOCUOV HETOAAAEE®V GE HITOYXOVIPLOKG KOL TUPNVIKE
yoviolo e amoTéEAESHA TNV OVOGTOAN TNG OPAoNG TOV GUUTAOK®OV TNG OVOTVEVGTIKNG
aAVGI00G Kol KOT' €MEKTOON Tr OWKOM| TNG mopaymyns evépyswc. A&ilet va
emonplavlel mwg HetodddEelg oe  dAleg mepoyxég tov MIDNA v tov
tRNA pitoyovdplokdv yovidimv, Hmopohv va mTpokaAécovy maboyéveon, ®»oTdGo ot

TANPOQopiec oV £xovpe HéEypL onpepa eivar apketd teplopiopéves (Zifa et al., 2008).

Me 6¢ dopévo 0Tl 10 Hrtoyovoplokd yovidiopa dumiactdletor avTdVopa Kot
aveapmta amd 10 TUPNVIKO Kot OTL To. Hitoxdvopla daywpilovtor oto Buyatpikd
KOTTOpa aveEapnta and To TUPNVIKA YPOHOCOHUATE, TO TOGOGTO T®V HIToYoVOpimv
OV PEPOVV OTO YEVETIKO TOLG VAKO TN HetdAAialn Hmopel va dopépel onpaviikd
HeTa&l JapOpPETIKOV COUOTIKMOV KLTTAP®V Kol 10TAV. AVTH 1 €1epoyévela ovoldleTon
gTepomhacilio Kot amd To fabUo avtig ™G eTEpOoYEveLs eEapTdTat TO av Yo Tafoyovog
HetdAlaEn Hropel va 0dNyNoeL 6T0 KAWVIKO govotumo Hiog acBévelns. Eteporiacilio
Aowmdv, givor 1 cvvomapén eucloloyikov Kot petadlaypuévov DNA oto kbtTopo, mov
OnHovpyeitor Hotepa amd TNV KLTTAPIKY Swoipesn OTOL To UToyOVOplo KOl ToL
YOVIOIOUOTO TOVG KOoTavEHOVTOL Tuxoio oto Buyatpwd kvttapo. H ovoloyia tov
HetaAlaypévav évavtt tov ouolohoyikdv MIDNA  «kaBopiler v ékepaocn Kot

cofoapdtnra Tov VOGN LOTOC.
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Ot maBoyoveg Petarrdéels tov tRNA yovidiov elvar cuvBmg eTepOTAAGHIKES, EVA OL
ToAVUOpOIcHOl glvat o Homhacpikol. Emmpdobeta, ot 16t0l Stapépovv wg mpog v
e€apnon toug amd TV 0EEBMTIKN POGPOPLAMMOT, He TV kapdid, TOVS OKEAETIKOVG
HOEG Ko TO KEVTIPIKO veLpKO cuotnia va givot ta o e&aptnéva. ' avtdv Aoutdv 1o
AOyo Ta Hrtoyovoplakd voonpata yopaxtnpilovtar ovyvd omd HvomdOeiec ko

EYKEPAUALOTTAOELEC.

Yvvoyilovtog, Ba pmopovoape va mOVOHE OTL M QOVOTLTIKY EKEPOoT HoG
HetdAlaéng elvar 1o mpoidv g aAANAEmidpacng Mg GEPAS TOPAyOVI®V. XTOVG
TOPAYOVTEG 0LTOVS TEPIAAUPAVOVTAL TO TOGOGTO TNG £TEPOTANGHING, 1 KATAVOUN TV
HeTOALAYUEVOY YOVISIOHUATOV OTA JLOPOPETIKA KOTTOPA Kol 16TOVG, 0 HITOTIKOG
Sy wp1opds kabdg kot n eEGptnon mov Tapovstdlovy ot daPopotl 16Tol Kot Opyava
amd T OdKasior TG 0EEWMTIKNG POOEOPLAIMONG Kol TNV TOPAY®Y EVEPYELNGS.
EmumAéov, n mapovcio kot GAA®V HETOAAGEE®V OTO HITOXOVOPLOKO OAAL KOL GTO
TUPNVIKO YoVidioHo kot M emidpaocr mePPaAloviikdv mapaydviov eivor mbavd vo

e€nyohv T SoPoPETIKN EKPPOCT) TV UITOYOVOPLOUKADV HETAANAEEWV.

1.8 MITOXONAPIA KAI AYXOENEIEX

Ot prtoyovoplakég dratapayés cuyva eUEavifovtol Mg VEVPOAOYIKES dLOTAPAYES,
0ALG UmopoldV va gU@avicTOOV Kol G Hvomdfsies ot omoieg mpokaAovvtol omd
CQAGAMOTO TG  OVAMVELOTIKNG  oAvcidac. Ot pHitoyovoplokés — HvomdBeleg
yopaktpiCoviat amd vrotovia Kot advvapio Tov Hudv Ve ToAd cuyvd exnpedloviot o
EYKEPOAOC, TO KEVIPIKO VELPIKO oVOTNMA, 1 Kopold kot ta veppd. H oféwon amd
YOAOKTIKO 0EV elvarl TO KOO 6 VUTT®HO G° OAeg TG mepumtdoelg evod  afilel va
emonpaviel 0TI T o Hitoyovoplo oTig Hitoxovoplakés Hvomdadeleg oympatilovv cuyvd
Heyddo ocvooopotodpata, £xovv HeydAo Héyebog, ot HITOYOVOPLOKES OKPOAOPIEG
AmOKTOOV OCLVNOES SHOPPMGELS KOl TAPUTNPOVVIOL KPLOTOAAKE E£YKAEIOTO OTN

Hitoyovopaxn pntpa (Taylor et al., 2005).

[TioTteveTanl OTL VILAPYEL EMioNG KATOWL GYECT OVAUESH OTA PITOYXOVIPLO Kol TOV
Kopkivo. XuvnBwg oto  KopKvikd  KOTTOpo  Topotnpeital  HetwpEvog  aptOpog

Hitoyovdpiwv, eved otV €6MTEPIKY Hitoyovoplakn HedBpdvn Ppiockovtarl pHeydio mocd
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yootepding. Ta putoxdvopla eivar cuvnbmg HikpOTEPO OTO KOPKIVIKG KOTTAPO,

TEPEXOVV HIKPHTEPO OPLOO UITOYOVIPLOKDV OKPOAOPIHV Kot VAL KATMG SLOYKMHUEVQ.

EmmAéov, n cwomy Aettovpyia TtV Hitoxovopiov gival amopoitntn yio
(PLGIOAOYIKT TOPAY®OYT KOl EKKPLOT] IVGOVAIVIG atd TO TOYKPEATIKG KOTTAPO. TVVETMG,
BAdPec oto MDNA mov KAnpovopovvtal UNTPIKE Kot SaTopdcoGouy T QUGIOAOYIKY

Hitoyovdplaxn Aettovpyia 0dnyodv oty eledvion dafn.

Ot acBéveleg mov o@eidovtar oe HetaArdaéelg tov MIDNA  mepilapfavouv
emmAéov S1apopo. cVVOpPOopa, o6mmg cuvopopo Kearns-Sayre (KSS) (Schapira, 2012), to
ovvopopo MELAS (Wang et al., 2010), to cuvdpopo Pearson, to covopopo MERRF 1
AAMGBS HVoKAOVIKY emAnyio He Tpaylés kokkveg tveg, v atosio tov Friedreich, v
acOévela tov Wilson kot tqv kAnpovopliky ontikn vevpordbeia Leber (Fruhman et al.,
2011) (MTivaxog 3).

Table 2 | Clinical disorders that are caused by mutations in mitochondrial DNA

Mitochondrial DNA Clinical phenotype mtDNA Gene Status Inheritance Reference
disorder genotype
Keams-Sayre syndrome Progressive myopathy, A single, Several Heteroplasmic Usually 61,158
ophthalmoplegia, large-scale deleted genes sporadic
cardiomyopathy deletion
CPEO Ophthalmoplegia A single, Several Heteroplasmic Usually 61,64
large-scale deleted genes sporadic
deletion
Pearson syndrome Pancytopoenia, lactic A single, Several Heteroplasmic Usually 65
acidosis large-scale deleted genes sporadic
deletion
MELAS Myopathy, 3243A>G; TRNLT Heteroplasmic Maternal 159
encephalopathy lactic 3271T>C
acidosis, stroke-like Individual NDTandND5 Heteroplasmic Maternal 160, 161
episodes mutations
MERRF Myoclonic epilepsy, 8344A>G; TRNK Heteroplasmic Maternal 162
myopathy 8356T>C
NARP Neuropathy, ataxia, 8993T>G ATP6 Heteroplasmic Maternal 163
retinitis pigmentosa
MILS Progressive brain-stem  8993T>C ATP6 Heteroplasmic Maternal 67
disorder
MIDD Diabetes, deafness 3243A>G TRNL1 Heteroplasmic Maternal 164
LHON Optic neuropathy 3460G>A NO1T Hetero- or homoplasmic Maternal 165
11778G>A ND4 Hetero- or homoplasmic ~ Maternal 62
14484T>C ND6 Hetero- or homoplasmic Maternal 166
Myopathy and diabetes Myopathy, weakness, 1470€T>C TRNE Hetero- or homoplasmic ~ Maternal 167,168
diabetes
Sensorineural hearing loss Deafness 1555A>G RNR1T Homoplasmic Maternal 55
Individual TRNST Hetero- or homoplasmic  Maternal 169,170
mutations
Exercise intolerance Fatigue, muscle Individual CYB Heteroplasmic Sporadic 68
weakness mutations
Fatal, infantile encephalopathy;  Encephalopathy, lactic 10158T>C; ND3 Heteroplasmic Sporadic 66
Leigh/Leigh-like syndrome acidosis 10191T>C

ATP6, ATPasa 6; CPEO, chronic progressive external ophthalmoplegia; CYB, cytochrome b; LHON, Leber hereditary optic neuropathy; MELAS, mitochondrial myopathy,
encephalopathy, lactic acidosis and stroke-like episocles; MERRF, myodonic epilepsy and ragged-red fibres; MIDD, maternally-inherited diabetes and deafness: MILS,
matemally-inhedited Leigh syndrome; ND7,3-6, NADH dehydrogenase subunits 1,3-6: NARP, neurogenic weakness, ataxia and retinitis pigmentosa; ANRT, 125 ribosomal
RNA; TRNE, TRNK, TRNLT, TRNS T, mitochondrial tRNAs,

Iivaxac 3. Mitoyovopiaxéc aobéveies kot ovvdpola (Taylor et al., 2005).

Alleg maboAoylkég KoTAoTAoELS e outioAoyio Tov  gUmEPEXEL  UITOYOVOPLOKT
dvodettovpyia tepAapBavouy v oxloppévela, TV SUTOAKY dlatapoyn, TNV Gvola, T

voco Alzheimer (Stewart et al., 1992), t voco tov Parkinson (Sherer et al., 1992) kot
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T EYKEPAAKA NG00 6Ty elpavifovtatl og veapn nAkio 'Eva koo xapoakTnplotikd
mov Bewpeitar 6T CLVOEEL AVTEG TIG KOTA TO AAAN AGYETEG UETAED TOVG dlaTopayEs ivat

N KuTTaptkn PAAPN mov TpoKoAel TO 0EEWOMTIKO GTPEG.

2m BPproypoeio  cvykevipdvovtalr OAO0 Kol TEPIGGOTEPE GTOLKEIDL TOV
TPOKVITOLV OTL GTOV EYKEPAAO KOl GTOVG TEPLPEPIKOVG 10TOVG acbevav Pe Alzheimer
napovolaletal Hitoyovoplokn dvcAertovpyio kot oewdmtikd otpeg (Mancuso et al.,
2006) ka1 6ho Kot mEPIOCOTEPO GTOLYEID VTOJEIKVOOVV OTL TO OEEWOMTIKO GTPES, TO
omoio av&avetatl ot Prtoyovopla mov mapovotdlovv BAAPT, elvarl éva Tpdo YeYovog
ov oyetiletar He tn vevpoekOAMon. Ouwg, mapd to oTotyElo TOV OVAPEPOLY TNV
OopEn HOPPOAOYIKAOV, PBoynUikdv Kot Hoplak®V ovoRoMoOv Tov Hitoyovopiov ce
dapopovg 1otovg acbevav pe Alzheimer, o porog Tov UITO)OVOPLOKOD YOVISIOMATOC
KOl TOV OTAOTUTIOV TOV MG TOPAYOVTIES KIVOUVOL TOPUHEVEL AUEIGPNTAGILOG. AKOM
VIAPYEL avTITaPABecT av TO OEEWMTIKO oTpeg kol M PAAPN TV Hrtoyovopiov
EUMAEKOVTAL OTNV €KONA®ON Kol EEEMEN TOV VELPOEKPUAIGTIKMV OOTOPOY MY 1 OTALL

givol cuvémela g vevpoek@vAtong (Mancuso et al., 2008).
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KE®DPAAAIO 2

ZEEAIZEH

2.1 BAYIKEX APXEX

v emot\un g Proroyiag, He tov 0po &féién €vvoovle TV oAAOYT OTIC
WO1OTNTEG X OPAKTNPLOTIKA VOGS TANOLGHOV ATOH®Y TOL 1010V €160V¢ e TO TEPAGHA TOL
xpovov. Av kot t€tolov €idovg Hetaforég mapatnpovvtal o€ Hikpr KAHoko o€ kdbe
veVId, HokpompOBecia kot afpoloTikd PHmopohv vo. 001 yNGoVV GE OMHOVTIKES OAAAYES
wote vo OmpovpynBodv teEAkd vEa AGTOHO. TOL Eivorl TAEOV  OVOTTOLPOYWYIKEL
ATOHOVOHEVE Od TO TUTTIKA ATOMA TOL €100VE, INUIOLPYDVTOG £TCL Eva VEO €100G. AvTtd
T0 @QOwOHevo ovopaletor erdoyévesn. Tevikd m e&éMén  mpayHatomoleitar e
SPopeTIKOVS PLOLOVS ot d1dPopa €101 VD TOAAES OHOLOTNTEG TTOL TTALPOLGLALOVTOL
Hetall avtmv ogeilovtol 6to 0Tt Oha Ta €10M TpoépyovTal omd Evav Koo tpoyovo. H
TOIKIAOTNTO KOL Ol POLVOTLTIKES SLOPOPOTOMGELS Hetalld twv mAnBuoUmv opeilovtal
og O01popa YeyovoTa Ty. OTIS HETAALAEELG, OTOV YEVETIKO OVOGUVOLOCUO KOOMG Kot
OTNV YOVISLOKY pon Omov mopatnpeitonr Hetapopd yovidimv. Yrmapyovv 600 Paocukol

HUNYXOVIGHOL: i QUGIKY ETTLA0YI] KOL 1| PEVETIKY TOAPEKKAIOY.

H Bewpia g poeikijs emloy datonmdnke ond tov Kdporo AapBivo to 1858
0 omoiog vootNPiEe TG 1 PLGIKY| EMAOYN omoTeAel Hia dtadikacio eEEMENC HEG® NG
omoiag ot opyavicHol mov givar KoADTEPO TPOGUPHOGUEVOL GTO TTEPBAALOV QPVOUV
TEPLOCOTEPOVS OMOYOVOVG OO EKEIVOLG OV €ivar AydTtepo TTpocapplocpévol. Avtifeta
N Oewpia g yeverikngg mapéxkiions vrootpilel v Toyoio. aAlayn NG YOVIOLOKNG
ovyvoTNTAG, ONAAdN TNG CLYVOTNTOG e TV omoia eleaviletatl Eva OAANAOHOpPO G~ Eval
mnBvopd. Otav Aéhe tuyoio. evwooOUe TNV oAAoyn OV O&V OQEIAETOL OE QPLGIKN
emhoyn. H yevetukn mapékkion Bempeitor oA onUavTikn eEEAKTIKA, 0ES0UEVOD OTL
odmyet o€ Tuyaia ENoN 1 EAATTIOON TOV GLYVOTHTOV TOV CAANAOUOPPOV OO YEVIA GE
Yevid, omv touyoio €ykabidpvon 1 Kol OTOAEWL TOVG VD &ivol €VTOVOTEPT GTOVG

Hikpotepovg TAnOvopovg (Koooida, 2008).

‘Eva moAd onUovtikd @owvolevo mov cLUPdAiel otnv €EEMEN TV €MV

TPOTOTOUMVTAG TN YEVETIKY] CVUGTACY| AVTAV, gival ot HeToAAdEels. Ot HeTaAldEelg eivat
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AaOn/tpomomomoelg tov DNA kot mpokorobvian omd didpopeg ottieg . To yeveriko
VA6 dgv Petafipdleton miotd amd T Hio yevid oty GAAN evd € ivar onpaviikd va
avaPEPOLE OTL O HETOALAEELS Elval 1) TN TOV TOAVHOPPIGU®V 6TovS TANnBvsHove. O
PLOUOG HeTAAAAENG Srapépel amd €100 oe €100C, OKOUO Kol G SLUPOPETIKES T EPLOYES
oV 10100 YoVISLOHOTOS, evd O ol He avénuévo pvBUd HetdAia&ng ovopdlovtot
Hetoldaktikd hotspots, m.y. ov 0éceig CpG ota Onlaotikd moapovstdlovy avénpévo
HetaAloktikd puOUS. Extdg amd Tig HeToAAAEES vITdpyovy Kot GAAL QALVOUEVE TOL
GUHUPBAAAOVY GTNV YEVETIKN TOKIAOTNTA OTMOC O OVOGLVOLOGUOG, 1| HETAVAGTEVOT N
yovidlokt pon (el6pon VE@V 0AANAOUOPO®V G€ £va TANOVGUO) Kot To letabeta otoiyeio.
Ta televtaio givar yevetkd otoyeio (Yevetikéc aAinlovyieg), mov GUVOVTOVHE Kot
GTOVG TPOKOPLMOTIKOVG KOl GTOVG EVKOPLVMOTIKOVG OPYOVIGHOVS, KoL TOL £YOLV TNV
wovomta vo. oAAdEovv v Béom tovg Héoa oto yovidiopo. Eivor wavd va

onUovpycovy véa yovidlo kot Umopoldv vo emnpedoovy TNV EKEPACY] YOVIdimV
(Kooaoida, 2008).

2.2 O METAAAAEZEELY XTOYX IIAHOYXMOYYX KAI H OEQPIA
THY OYAETEPOTHTAX

Ot petadhdaelg dtopovvtal og Tpeic YeVIKEG katnyopieg avdioya Ue TO TOG TIC
avtipetonilel N eVoIKN eTAoYN: 0TIS evvoirés (advantageous), otic ovdétepeg (neutral),
ko otig emPrafeic (deleterious). Evvoixéc elvar ot  HeTAAAAIEEIS TTOL TPOGPEPOVLV
€EEMKTIKO TAEOVEKTNO G TOVG OPYOVIGHOUG TOL TIS QEPOVV Kol Opa 1 €EEMEN
yopokmpiCeton Oetikr). Ovdérepeg elvar ot  PetaArdEelc mov dev  divouv ovTe
mAeovEKTNO. 00TE HEWOVEKTNUO GTOV OpYovIoUO mov Tig ¢@épet. Efvor emiextikd
adtapopeg (apovd m emidpoon tovg oty emPiowon kol TNV avamapoyoyn vt
apentéa). Téhog, emPlafeic eivar ot LETAALAEELS OVTEG TTOL KAVOLV TOV OPYOVIGHO TOL
TIG PépeL aoeVESTEPO EVAVTL TOV OPYOVICH®OV OV OV @EPoLV TN HeTdAhaén (evtog
evog ovykekpiévov mepipdilovtog). Tig (modv) emPrafeic petarddéelg dev OBa Tic
dovUe He Heydin cvyvotnto o€ TANOVGHOVG, YiaTi 1) ELOIKY ETAOYY TIC OTOHOKPVOVEL

a6 Tovg TANBVooVS Hall e TOLG POpPELg TOVG.

To 19680 Motoo Kimura dwtinmoe eunepiotatopéva v Oswpio 3¢

Ovdetepotntas vmootnpilovtog 0Tl o1 TeplocoTePeS HeTaAhdEelc mov cuvPaivovv dev
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€Youv KOmOowo omoTéAEGHO 0TV TPocaplooTikdTnTe. TOL aTtOpov. H onpacio g
Bewpiag g OvdetepdTag 0TV €&EMEN givan onUavtiky. [IpdTov, d10TL édwoe véa
dldotaon otV e£EMKTIKT dladtkacio, ToviCoviag T0 pOLO TV OVOETEPMV HETAALAEEWV.
Agbtepov, M glodvion g Ocwpiog g OvdetepdTNTOC GLVIEDNKE e TV avATTLED
HoOnpatik®v Hoviédmv Kot eEAEYEHmv (Apa emioThHoviK®v) vofécemv yop® amd T
Oempio g e&EMENG, kabng emiong édmae ™ Pndevikn vedbeom (null hypothesis) yio va
ereyyOei n vapén N Oyt emhoync ota Hoplakd dedopéva (Kooaoida, 2008).

2.3 EEEAIKTIKEY XXEXEIY - OPOOAOI'A KAIIIA PAAOI'A
T'ONIAIA

To npdTO PriUa TN UEAETN TV EEEMKTIKMV GYECEMV TOV AKOAOLOIDOV glvar N
avalnon o Howottov Pe akolovbieg mov vrapyovv Non oe Pdaoelg dedopévav. Ot
akolovBieg mov Howpdlovtar éva PabHUo o HowdtnTog evoéyeton vo givor opdloyes
(homologs). Ot op6A0YeG akoAovbieg Tpoépyovtar amd o KO TPoyoviKn akolovbio
Kot vapyel mBavotnta vo Eyovv  dltnpnost [ Ko TPOYOVIKY  ProymUtkn
Aertovpyio. H ovykpion opordywv emttpénet ) de&oymy] GCOUTEPUSUATMOV OvVOpPOPLK(L
He v €EEMKTIKY 10TOpiol KO TN AEITOVPYIKOTNTA TOV OKOAOLOI®DV. Zuvendc, &ivat
duvatd va amodmcovpe mBavES Asttovpyieg oTig véeg akoiovbieg Pacilopevol otnv
oHoAoyia. Tovg He akoAovBieg mepaplatikd amodederyuévng ProynHikng Aettovpyiag.

Ynrdpyovv dtdpopa €01 OLOLOY®OV aKOAOLOIDV:

*  OpBoloyes (orthologs) eivaror o HOloyeg axolovBieg mpoepyOUeves omd

yeyovota e1d0yéveong (Speciation). Zuvnbwmg £yovv kowvn Aettovpyia.

* Tlopdloyes (paralogs) eivaiot o HOAoyeg okolovbieg mov Tpoépyovtal omd
yovidlokovg dimAactacpovg (gene duplication). Xvvfwog €xovv dlopopeTikég

Aettovpyiec.

* Eevoloyeg (xenologs) eivaiot o POAOYEG akoAovOieg MOV TPOKLATOLV OO
opilovtio. petopopd yevetikod vAiwkov (horizontal gene transfer) peta&d o6vo
g10dv (Koooida, 2008).
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2.4 PYOMOX EEEAIEHY TON AAAHAOYXIQN - MITOXONAPIQN

Ocov agopd tov puBUd e&éMéng Tov oAAniovydv, cite mpokeltal Yo
apvoEikég €lte Yo VOUKAEOTIOWKEG aAAndovyies, dtapépel apketd amd €idog og €100¢,
evad €xer amodeyfel 011 Pepwkég ariniovyieg DNA eEehicoovtal He puBUovg moAD
VYNAOTEPOLG amd GAAeg. [y ot oAAniovyieg TtV PN AETOLPYIKOV 1} oYedOV U
AETOLPYIKOV TOAVTERTOI®Y, Onwg eivor to mentido C (mov amopakpdveTol amnd v
TPO-TPOIVGOLAIVY OTav avTh Hetatpémetor Kot oynHatifel voovrivn) e&elicoovtan e
VYNAOTEPOLG PLOHOVG amd TG TpwTEiveS ekeiveg mov Ppiokoviar kdTte omd
Aertovpykovg meproptoplovc. Kotd v didpkeio HeyAAwV ¥povikadv mepltddmv, PUmopel
va. cuUPodV ToAhamAES avTikaTtaoTdoel Pdoewv oty dw Béom, He amotéhesUo o
aptBUoc TV dloeopdv mov mapatnpeitol HeTaEd TV opBoAoY®mV yovidiov 600 €10MV
mov &yovv éva Hokpwve Koo mpodyovo, vo givor HikpoOTteEPOg amd Ttov apiud TmVv

OVTIKOTOCTAGEWDY TOL £XOVV GTNV TPayHaTiKdTTA GLUPEL.

[N to pitoyovdplaxd DNA tov Oniactikodv, n oxéon Hetald g dtapopis Tmv
AAANAOVYLOV Kot TOV ¥PpOVOL dtoymptollol gival ypolikn yio 5-10 exatopplbpia ypovia
nepinov, yoti péoa ¢’ avtd To YPOVIKO SAGTNUO Ol TEPICCOTEPEG OVTIKOTACTACELS
oupPaivovv o Swpopetikés Béoelg. X7 avtd 10 onpeio givor mOAD onUovTIKO v
avapepOel 01t 0 pLOUOG HetdAraing tov MIDNA twv Onlooctikdv givar kotd mOAD
HeyaAbTepog amd avtdv tov Tupnvikod ( 100 gopéc vynidtepog pvouode) (Chial et al.,
2008) ka1 cvvenmg o MDNA  e&ehicoeton tayvtepa amd to Tupnviké DNA. (Nabholz

et al., 2008). I'oti 6p®g cvpPaivel ovtd?

INoti apaye to MIDNA vrokerton oe 1006g MOAAES HeTaAAGEelc? AvEnpévn
eHpavion HetaArdEewv ogeiletor ot mopaymyn eilevBépwv pillov ofvydvov ota
Hitoxovopla. Ta prtoyxovopla katd TN Sadikacios TG OEEWMTIKNG POGPOPLAIMGNG
npokeEvoy va apdyovv evépyewa e ™ Hopeny ATP voeiotavtar PAGPnN, Héow g
napoywyns eievbepov plov ofvyoévov. 'Etol ta 10w to Hitoyovoplo glvar mnyn
napoywynsg erevbépov pilov. Ot eredbepeg pileg eivaro Hadeg oTOU®V To Omoio
nePEYoOVV €va Hovipeg MAEKTpOVIo Kot OBsmpodvior HOplo KOTOGTPERTIKE Yot TO

MtDNA.

[ToAd mpdopata kot HeTd amd TOAAEC Heléteg €xet amoderyBel n vapén evog

TOPNVIKOL Yovidiov to omoio ovopdaletony -DNA moivpepdon (POLG) to omoio
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kodwonotei ™ DNA moAvpepdon mov eivor vmedBovn yo v avtiypoen Tov
Hitoyovdplakod DNA. H ovykekpiévn mpwteivn omoteAeiton amd ovo TUqUoTa: Hic
KATOAVTIKY TEPLoyn He dpdor evdovovkiedong kot io 0e0TepT TEPLOYT TOL EUTAEKETOL
oV avayvoplorn Kot omoldikpovvon twv DNA-mismatches mov cupfaivovv kotd v
duapxketa g avtypaens tov DNA kot €xet dpdon e€ovovkiedong. Mia Hedétn €deiée
OTL oTO pitoydvopla Pmopet va mapatnpnOel Hio VOUKAEOTIONKT 0VIGGOpOTio oV 0dnyel
omv ovaotoln dpdong gy -DNA molvpepdong, Ue amotélecia vo pnv yivovtot
emd0pHDoES TOV YEVOHATOS e AUeom ouvvémewn v Omapén TOAA®V AaBdvV oTo

MtDNA ka1 elpdvion vynAov pubpod petaAldtemv (Eix.2.1) (Chial et al., 2008).

Wild-type pol y Exonuclease-deficient pol y

Mutant frequency Relative Mutant frequency Relative
dNTP pool used % 104 frequency x 107 frequency
Equimolar dNTP pools, uM

1,000 1 1.4 62 1.4
100 ND —_ 56 1.2
10 ND — 48 1.1
1 7.8 1.0 45 1.0
Intramitochondrial dNTP pools
Heart, SSM 23 2.9 160 36
Heart, IFM 21 2.7 170 38
Liver =22 — 42 0.9
Brain ND — 60 13
Skeletal muscle 13 1.7 270 6.0

Eiwxova 2.1 Arcixovion ovyvontas Uetailaewy o TEPITTOOEIS OTOV TOPATHPEITOL AEITOVPYIKN
ovaolalio oty wepioyn e eCovovrdeaans s POLG Ue amotéleolla va Unv mpaylatoroiodviol

emdropOdroeis ka1 Gpa va avéaverar o Petallaxtikdg pvduss (Chial et al., 2008).

Onwg avaeépbnike oty mponyodevn mopdypago o pubpds petdAialng tov MDNA
TOV INAACTIK®OV gival Katd ToAD TayVTEPOG o€ oXEoN e To Tupnvikd yovidiopo (mg
kow 100 @opég) (Nabholz et al., 2008). Zvvendg t0 yeyovog avtd cupPdiiel otnv
eEEMEN TV 0OV e TNV TAPOodo Tov xpovov. EEedicoovtatl OUmg Ola ta OnracTikd e
tov 1010 pvOUO? Metd amd mOAAEG UEAETEC Kol YEVOHUIKEG OVOAVGELS Ol EPELVNTES
KatéAnNEay 6T0 CUUTEPACHA TS deV EYOLV TOV 1010 pLOUO €EEMENG Gha Ta ONAaCTIKA.
‘Etot Aowmdév vmdpyovv 1oyvpEc mapaAlayEg TOL Hitoxovoplakod puOpol HETOAAAENS
(Nabholz et al., 2007) (Ew.2.2)
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Ewova 2.2 Awoxvlavoeis tov pvblov [etarialng ovaleca oe Onlaoctixd. X tov kataxdpopo
acovo. ovapépetor 0 poOUOS TOV DTOKATACTAOEWY EV® OTOV OPILOVTIO OIGPOPES OIKOYEVEIES
Onlaotidv. Fo mapaderyla n okoyévera Rodentia oe fabog ypovov eppaviler Peyalvtepo pvOUo

Uetaldaewv (Nabholz et al., 2007).

O puBuog e&€Méng petalh dvo opBoroywv yovidiov ¢aiveTar amd tov AdYyo
dN/dS. H perétn tov Adyov dN/AS omotelel éva Oepelddn tpdémo HeAéng ko
TOPOTNPNONG NG PLOIKNG EMAOYNG. Ot VOUKAEOTIOKEG AVTIKATACTAGELS GTO YOVidlo
OV KOJIKOTOOVV TPpMTEIVEG Umopel va egivar eite cuvadvupeg (S)-Synonyms mov

oNHaivel TOG 01 AVTIKATACTAGELS OVTEG OeV AALALOVY TO aHIVOED, Gpa Kot T1 AElTovpyia
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™m¢ npoteivng (ovopdalovtal kot clonnAég HetaArdéels), eite Pn-cvvavopes (N)-Non
Synonyms mov onpaivel TGOl  avTIKATAOTAGEL oVTEC aAAGlovv To apivo&d Kot
mOovOV KoL T Agttovpyia g TP®TEIVNG. O AOYOC OV EPEVVOVLE TIG GUVAOVVHESG KO U
OCUVMOVVHES OavTIKATOOTOOES kol kot eméktoon to Adyo dN/AS egivar  yuoo va
TOPOTNPNCOVHE TO TOMO EMAOYNG MOV vEioTOTOL £va YOVidlo oL Kwdwkomolel Hia

TPOTEIVN. YTApYovV TpELg TepmT®OGEl; Thavdv anotelesdtov Tov Adyov dN/dS:

. dN/dS<1
« dN/dS=1%dN/dS ~ 1
e dN/dS>1

T pavepmvel OUmG 1 kbBe mepinTmon?

Otav to dN/AS < 1, onpaivel Tog 01 U GUVOVLU G VIOKATAGTAGELS €lvot
ocuvnBoc emProfrg kot amopakpbvovior amd Tov TANOLOUO, HEC® NG QULOIKNG

emAloyng (apvnTikn emthoyn).

Otav 1o dN/dS = 1 5 ~1, delyver6T1 0l PN GCUVOVVHEC VTOKOTOOCTAGELS OE
Heyddo PaBpod eivar ovdétepec. Ovdétepes eivor ot PETOALAEELG TOV OV divovv oVTE
mAeovEKTNO. 00TE HEWOVEKTNUO GTOV OpYyovioHo mov Tig ¢@épet. Eivor emiextikd
adidpopes (apov m emidpaon tovg oty emPiwon kol TNV ovamapoyoyn vt

apEANTED).

Otav to dN/AS > 1, avogépetol Ge TEPUTTOGEIS OTOL Ol M) GUVMOVUES
VIOKOTAGTACEL Otvouv éval eEEMKTIKG TALOVEKTNHO Kol AHECMG £YKOOOpVOVTAL GTOV

TANOLoUO. (BeTikn emAoyn).

Y& ToAD Alyeg Hovo meputtdoelg 1| T Tov dN givon ToAD PeyaAdTepr oLTHG TOVL
dS ( dN/dS>>1) (Ew 2.3) kot avtd 10 @ovOUeEVO anotelel 1oyvp1] EVOEIEN OTL | PLGIKN
emloyn evvoel v alAdyn g npoteivig (Oetikn emthoyn). To awvopevo owtd givar
TOAD OmAvio Kot gUeavileTor Kupiwg o€ MEPMTOCEL ONMMOG M.Y. TO YOVidlo 7oL

GUUHETEXOVV GTO OVOGOTOINTIKO GVGTHHA cuv-e&glicovtar e mapdotta (Hurst, 2002).
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Eiwxova 2.3 H kotavolsp twv dapopetikev v dN/AS 835 (evywv opbBoloywv yovidiwv

rovtikod — apovpaiov (Hurst, 2002).

2.5 DYAOT'ENETIKH ANAAYXH

H @uloyevetikn elvar 1 ektignon ¢ eEEMKTIKNG 10TOPIOG KOL 1) QUAOYEVETIKY
avdAivon gival to pHéco pPerétng tg. H puAioyevetikn avaivon Paciletol otig TOAAATAES
oTOYIoELG VOUKAEIVIKOV 1 apivo&ikdv akoAovBidv, mhve otig omoieg Pacilovtol ta

TPOYPAUHOTO KOTOOKELNGS PLAOYEVETIK®DV dévdpmv (Koooida, 2008).

2.5.1 lHoAdomAn oroiyion axolovBicddy

H ovioyevetikr avdivon Paciletor ot moAlamhn] otoiyion okoAovOumdV
(multiple sequence alignment), mov eivar 1 otoiylon TV O HOAOywV Oécewv
TEPIEGOTEP®Y amd 600 VOLUKAEIVIKGOV 1] apvoEikdv akolovbidv (Ewk.2.4) (Kooeida,
2008).
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- . . . . -

Q5E940 BOVIN ------—-—-—o MPREDRATWESN YFLKIX LDD| v K| IRMS 16
RLAO:HUHAN *********** MPREDRATWEKSNYFLKII LDD)| v K| I s 76
RLAO_MOUSE ~-~-========-= MPREDRATWKSN YFLKIIQLLDD VGEK IRMS 76

RLAO_RAT ----------- MPREDRATWKSN YFLKII LDD| v K X s 76
RLAO_CHICK —~———~==~—- MPREDRATWKSN YFMKI I LDD| v K xI s 76
RLAO_RANSY -~---======= MPREDRATWKSNYFLKII LDD| v K I s 76

Q7ZUG3_BRARE - -----—----- MPREDRATWEKSN YFLKIX LDD)| v K| xi s 16
RLAO_ICTPU -----—-====~ MPREDRATWKSN YFLKXIQLLND VGEK; IRLS 76
RLAO:DROME ~~~~~~~~~~~ MYRENKAAWKAQYFIKVYV FDEFPKCFIVG v K IRTS 16
RLAO DICDI ~---=-===== MSGAG - SKREKLFIEKATKLFTT KMIVAE v S IRKS 15

Q54LPO _DICDI ------——==-— MSGAG-SKRENVFIEKATKLETT ¥DKMIVAE VGl s IRKS 75
RLAO_PLAF8 ------=====~ MAKLSKQQKKQMYIEKLSSLIQQ v N SVRKS 76
RLAO:SULAC ~~~~~ MIGLAVTTT KKIAKWKVDEVAELT LKT KLRGK -ADIKEVEENNLEN IALENAG - - - -~ 79
RLAO SULTO ----MRIMAVITQERKIAKWKIEEVKELE LRE KMRGM - AE IKVEKNELEFG IAAKNAG - - — - - 8o
RLAOiSULSO ~«~-MKRLALALKQRKVASWELEEVKELT KLRGK - AFIEVEENTLFK IAARKNAG - - - - - 80
RLAO AERPE MSVVSLVGOMYKREKPIPEWKTLMLRELE K 86
RLAO:PYRHE ~MMLAIGKRRYVRT RQ) REVK IVSEAT YVFLFDLHGLSSRILHE¥RYR 85
RLAO _METAC ~-~--=-~-~ MAEERHHT EHIPQWEKDEIENIK IQs VFGMVG ILATK RDLKDV - AVLEVSRNELEE RALNQLG -~ - ~ -~ 18
RLAO METMA ------ MAEERHHT EHIPQWEKDEXENIK xIQs VFGMVRIEGILATKI RDLEDV - AVLEVERNELE: RALNQLG - - - -~ 78
RLAO_ARCFU - ~-MAAVRES - - -PPE RAVEEIKRMISSKPVVAIVSFRNVPA IRE ILLE RALDALG - - - -~ 75
RLAO_METKA MA! REVKELKELMDERENVGLVDLEGIPAP) K LMR Iu.m:xl.mmwpzl.. 88
RLAO_METTH -------———--- KKEVQELHDLIKGY¥EVVGIANLADIPA : :suu.l:kum:y_--suvn 74
RLAO _METTL —--———-! TEEVNKEKBLLKNGOIVALVDMME VP A IKEV. TGNPEFA 82
RLAO:NE’IVA »»»»»»» IEEVNALK LKSANVIALIDMMEVYPAV| VEE V. TGNPEFA 82
RLAO METJA ~-~-===== ITEEVKTLKGLIKSKPVVAIVDMMDYP AP LNNPKLA 81
RLAO:FYRRB ------------- KKEVEELANLIKS VIALVDVSSMPAYPLSQOMRR IE LA LGKPEL| 77
RLAO_PYRHO ~~---======== KKKEVEELAKLIKS LIELA MKEIJKPEL 17
RLAO:I’\'RPU ————————————— KKEVEELANLIKS ILXE LA 17
RLAO _PYRKO -------—-———— KKEVEELANIIKS LIELA 16
RLAO:HALHA = OEE'DAIV’IES S'G'vNIAGIP LLE 19
RLAO_HALVO - ~~MSESEVRQTEVIPQWKREEVDELVDFIES SYGVVGVAGIP 1 'N 19
RLAO_HALSA ----- MSAEEQRTTEEVPEWKRQEVAELVDLLET SVGVVNVTGIPSKI LLV 79
RLAO _THEAC = ===« ======== MKEVSQQKKE LVNE IT IKASRSVAIVD'ABIR 72
RLAO_THEVO --------——-=--- MRKINPKEKE IVSELA| ITKSKAVAIVDIKGVR] R 3 12
RLAO _PICTO ——~——=————w—- MTEPAQW] IDE'KNLENEIISI\KVMI'SIKOLRNN 72

“ruler 1....... 20........ 20........30........40........80........60........70........080........
, , ; . ,
Eixova 24 TloAdormin otoiyion apl wolikav oxolovBiwv.

(http://upload.wikimedia.org/wikipedia/commons/thumb/7/79/RPLP0O_90_ClustalW_aln.gif/575
px-RPLPO_90_ClustalW_aln.gif)

A6 TOVG GTOLYIGUEVOVS XOPOKTIPES Hiag TOAAATANG oTolYIoNnG HmopodUe va e&dyove
OoNHavTIKE CUUTEPACHATO OVOPOPIKA e TNV EEEMKTIKT 1GTOPI0 TOV AKOAOLOIDV, OT®G
Yo TOpAdeya Yo Tig HeTaAAGEEIS TOL ePPavioTNKOY KoTd TV dtdpkela TG eEEMENG.
Me 1 Borfela v TOAOTA®V cToyicE®V TOV 0KoAOVO®VY Hog divetar 1 duvatdTnTa
Vo TPOGOOPIGOLHE To AUVOEIKA KOTAAOTO TOV £ivat KPIGIUA Y10 TNV E01KT| AELTOVPYin
TV Tpoteivav. [apadeiypatog ybpn, €av éva apvobd givar cuvinpnuévo oe OAEG TIg
oTolIoHEVEG TPpWTEIVEG aVTO onUaivel OTL To aPvoED ivat onUovTKO Yio T BroymUikn
Aertovpyia, KaO®OG emiong Kot yio T otabdepomoinon g deVTEPOTUYOVS KO TPITOTAYOVS

dopung tov npoteivov (Koooida, 2008).

‘Evag tpomog yuo voo aEl0A0yNooVE GV 1 oToiyton elval KOANG moldTnTog Kot
&xel mpayHatikd Proloyikn onpacio givar 1 Babpordynon g moAlanAng otoiyiong. O
Babuoc M score givar evOEIKTIKOG TG onNHavTikdTnTog TG otoiyone. 'evikd ta kevd

4

BabpoAroyodvral Pe apvnrtikég THEG 1 Towvég kevav (gap penalty) kot to tavtoomo
apvo&ikd katdiowro Pabporoyovvrar pe vynAdtepn OBetikn T amd T aplivoééa e
ouvtnpnHéveg puotkoynikég wiotntee. Ta sum-of-pairs (SP) sivar évag cuvnOicpévog
TpOToc PabUoroynong moAlaming otoiyiong. ['evikd, €va vynAd SP-score vmoonimvet
ot 1 otoiyon ivarl cwot. Evog evaliaxtikdg tpdnog Pabpordynong eival To Z-Score.
Mo va Tpokdyel avtdg o1 akolovbieg otoryilovrat Kot vtoloyileTat To apykod score. Ev

ovveyela, yivetar toyaio avadldtoén Tov akoAovdidv Kot vroioyiletar o Hécog 6pog
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KOl 1 TUMIKN OfOKAIOT T®V SCOreS 7oL TMPOKLATOLV amd TN GUYKPIoN TOV

avadtataypévev akolovbidv. H tapandve dadikasio eravorlaptfdvetor apkeTés popEs
(Koooida, 2008).

‘Eva and 1o mo yvootd kot gdypnoto mPpoypAUHOTo TOAAATANG GTOLYIONG
akolovbidv, to omoio dwatiBetanr ehevBepa PEow StadkTOOV, €ivol TO TPOYPOLpLaL
CLUSTALW, o6mov to ypdppa «W» ocuvpgPoriler 1 otdOpion tov akoAovdumv
(Koooida, 2008).

2.5.2 dvloyevetikd dévopo

O 010)0G T®V PLAOYEVETIKAOV dEVOPMV EIVaL VO SIEVKPIVIGEL TG Uio OPAdA YOVIdiV
N opYaVIGHOV, cuvdéovtal HeTtall TOVG KOl VO TOPOVGLAGEL TIG EEEMKTIKEG TOVG GYECELS.
H avonapdotaon tov QUAOYEVETIKOV GYECEMY TOV TPOKVITOVV OO TN QUAOYEVETIKNY
avdAvon yivetat Pe Tn xpnon evOg GLAOYEVETIKOD 0EVOPOL TO 0010 amoTeAEiTaL OO TaL

e&nc Paoikd otoryeio (Koooida, 2008) :

Koppog:  éva onpeio tov rloowod oe éva oévopo (lia vmoti@épevn mpoyovikn

talivolikn oldoo)

Kladi i Ppayiovog:. mpoadiopiler t ayéon Hetald twv ofladwv Pe 0povg amoyovo

KOl TTPOYOVOD
Toroloyio: T0 TPOTLTO JLAKAGIWGHS TOD JEVIPOD

Mpnxog kAadro?: avtmpoowmeder Twv oplBUo Twv alloywy Tov covefnooy ato KAadl

Pila: o ko1vog mpodyovog 0wy twv odowy Tov dEVIPoD

Klddog: Mo ol ado amd ovo 1 mepiaootepes ol aoes B DNA  adinlovyies mov

TEPLLOWPLOVEL TV KOIVO TOVS TPOYOVO KAl OLOVS TOVS ATOYOVODS TODG

Aerrovpyxn Tolrvolixn OUGoo. (ATO): talivolixé eminedo Tov emiAeyévon deiyatog

mov ypnoilloroieitar oty Peléty, omws drofa, mAnBvalloi, gion, yévy, 1 Poxtnpioxd,

oreléyn (Eix.2.5)

36

Institutional Repository - Library & Information Centre - University of Thessaly
21/05/2024 16:43:02 EEST - 13.58.97.126



whale
dolphin
hippo

ruminant

Pg

flama

rhino

tapir

horse

cat

caniform

pangolin

flying fox

rousette fruit bat*
false vampire bat*
phyflostomid bat*
free tailed bat*
hedgehog”

. shrew'

mole*

mouse”

rat*

hystricid
caviemorph
sciurid*

rabbit

pika

flying lemur*

tree shrew*
strepsirrhine
human

sloth

anteater Xenarthra
amadillo

tenrec”

golden mole*
s.e.elephant shrew*
Le.elephant shrew® | Afrotheria
ik

Sireman

61

T0

D=0 TmE—RD R

76 e

P=-DIMI-CMOMIOD

WON—=QO~J0TONBEM

hyrax
elephant

110 100 90 80 70
L | | 1 | S

Cretaceous K-T boundary Cenozoic

60 50 40 30 20 10 ]
|

Eixova 2.5 @vloyevetixo 0évopo mov avomapiota tic eCediktikég oyéoeis 42 wharxovviopopwv
Onlootikarv. Lo ) ovykexpipévn Yedéty éyive mollarln oroiyion 16.397 {evywv fooewv kai

é6nkav mpog avalvon 19 mopnvira kear 3 mt yovidie (Springer et al., 2003).

Yrdpyovv dvo katnyopieg 0évopmv. Ta dévdpa pe pila kot avtd yopic pila. Xto
0évdpo pe pila eivol copdg ELPOVAG 0 IO KOVTIVOG KOWVOG TPHYovos amd Tov omoio ot
wd e€étaom taSvolikég Hovadeg mponibav, evd 6to 8évOopo ywpig pila meptypaeeton n
OLGYETION UETOED TV TASWVOUIKOV Hovadmv, ympic va yvopilovpde mov PpiokeTot o
Kowog mpdyovoc. Emiong ta puioyevetikd 6évopa dtakpivovtol ot KAaSOypaUHaTo Kot
oT0 QUAOYPOMHaTa. Xt0 KAASOYpappa @aiveTor 1 TomoAoyia kKot Oyl T0 UNKOG TMV
Bpaydvov, evd 10 QLUAGYPAHUHN EVOMHOTOVEL Kol TO UNKOG TV Bpoydvev OTov

dwpaiveTat 1 e£gMKTIKT Slapopomoinon.

Ot péBodor mov YPNOLOTOIOVVTOL Yol TNV KOTOOKELT OEVOPMV HTOpoLV Vo
Katnyopomombovv  ce HUeBOdoVS Paciopéveg oe amootdoslg Ko o HeBddovg
Baocwopéveg oe yapoktnpec. Ot péBodol amdoTaong LIOAOYILOVV TIC AMOCTAGELS KAOE
Cevyoug akoAovBimv Kot ompovpyeitor €vag mivoKag OmooTacewy. X cvveyeia, ot
axoAovdieg (e Baon Tov TivaKo 0TOGTAGEMV) OLOSOTOOVVTOL Kol KOTOOKELALETL EVal
0évdpo. Or péBodor mov Paociloviar oe yapoktnpes oavalntodv O6évopa  Tov

BeAtioTomo00V TNV TPOGAPLOYN TV OEOOUEVMV TMV XOPAUKTHP®Y GE VO GLAOYEVETIKO
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0€VOPO, YPNOOTO0VV TO JEOHEVH TOV YAPOKTNP®OV e TETO0 Tpdmo  ®doTe M B€om
KAOE YopaKTPO VO EKTILATOL GE GLVAPTNOT HE TIG BECELS TOV VTOAOITOV YOPAKTNPOV.
Mo v a&oddynon g otabepdTTag VOGS PLAOYEVETIKOD EVOPOL Kl TG OEIOTIGTIOS
TV KAAOwV avtod  ypnollomoleiton to Bootstrap. ‘Eva oamd to  gupovtepa
YAPNOIHOTOOVUEVE KO TEPIEKTIKOTEPO TPOYPAUUOTO PLAOYEVETIKNG avaAvoNG givotl TO
PHYLIP (PHYLogeny Inference Package)
(http://evolution.genetics.washington.edu/phylip.html), to omoio katackevdlel dévopa
He HeBOdOVG amdoTaong, HEYIOTNG okovoliag kat Péyiotg mbavoedavelng (Koooida,
2008).

2.6 IIpTEIWVIKES 0AANAETIOPAGEIS KAl TPWTEIVIKG OIKTVOA,

Eioaywyn

O mpwTeiveg eV AEITOVPYOLV MG OVTOVOHES LOVAOEG HEGO GTO KVLTTOPO, CAAL
aAANAETIOpOVV e TO Hoplakd TePPEALOV TOVS, OGTE VO, EXAyOVV TANPOPOPIES GTOV
Topnva N vo oynUaTicovy TPTEIVIKG GUUTAOKA, T omoio e Tn oepd Ttovg Ha
Agrtovpynoovy g ToAvmAlokeg Hoplakég Unyavés (Amoutzias and Van de Peer, 2010).
H Aertovpykdmra tov kuttdpov Paciletar otig emagég Kot aAANAeTOpdoeg Hetald Tmv
npoteivav. Etolévag, eival puoikd eraxdAovdo 1 LeydAn tpocmdbeio Tov cuvtedeital
TV TeAevTaio OeKaeTio MOTE VO YOPAKTNPIGTEL TO GUVOAO T®V OAANAETOPACEDY OA®V
TOV TPOTEVOV €VOC YOVIOLOMATOG, TO omoio otn debvny opoioyion ovopdaletal
aAnienidpopa (interactome). To cuvoro TtV oAiniemdpdoemv Hetal&d TPOTEIVOV
(protein-protein interactions: PPIs) peietdron pe ™ Ponbewa g Oswpeiog yphowv
(graph theory) mg éva diktvo mpoteivikdv oAniemdpdoemv (protein interaction
network: PIN). Xe avtd ta diktva kabe Tpoteivn avaropiotatal mg KOUPog, 0 omoiog
ouvdéetal e GAAovG K OUPovg-mpwteiveg, Otav oAAnAemdpd Mali tovg, N Otav

GUHUETEXOVV ad KOWVOD GTO GYNHUOTIGUO EVOC TpmTEIVIKOD GuUTAOKoV (Eik.2.6)
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Eiwxova 2.6 Iapdadeiyho evog Siktdov mpwreivikadv orlnlemiopdoewy e eéoxivdong (protein
interaction network). O: xdpBor avamopiorody g TPOTEIVES KL Ol GLVOEGEL EVAOVOLV
TPOTEIVEG oV AAANAETIOPOVY Heta&n TOVG.

(http://fiehnlab.ucdavis.edu/staff/kumar/Cytoscape_photo/variant/large)

H eléhiln Ty diktdwv Ty mpwteivikdy

I'evikd ta PINS pmopovv va e&ehybouv eite e HetaAhdEelc oe vmipyovia
yovidua, &ite e HetaAldEelg oe avrtiypaga yovidiov mov dumhaoidctnkay (Amoutzias
and Van de Peer, 2010). Xtv npdtn mtepintmon o aptOog tov KOUPBOV-TPp®TEIVOV GTO
PIN mopapével otabepds evd KAmOleg GLUVOEGEIS OVOTTUGOOVTAL 1 XAvOovioLl XTnV
OgVTEPT TEPIMTMOT), 0 SIMAAGLAGHOG 00MYel o€ €va (eVyoc amd TovolloldTVTO YOViota, TaL
omoio. Pmopohv vo. axolovBncovv Mo amd TIC TPEG TOpAKAT® TOpeies: 1) ot
Aertovpyiec/ aAMANAETIOPACELS TG TPMTEIVNG TOV TPOYOVIKOD YOVIdiov Vo HolpacTovV
Heta&d tov Cevyoug (subfunctionalization), ii) to éva amd ta dVvo yovidio drotnpel Tig
Aertovpyieg TOL TPOYOVIKOD YOVISIoV, EVM TO JeHTEPO APNVETOL EAEVBEPO VO avamTHEEL
Kamoteg véeg Aertovpyieg (neo-functionalization), iii) évo and ta yovidia dwatnpel TIg
Aertovpyiec TOL TPOYOVIKOH Yovidiov, evd to devtepo yavetan (non-functionalization). H
Tpitn mepinTmon givol Kot 1 o cuvnOioévn. Xy TpdTn Kot dgVTEPT TEPITTOOT, OAES
01 OAANAETOPAGELS TOV TPOYOVIKOD YOVIdiov KAnpovolodvTot avtodoteg oto (ghyog Kot
avédioyo He tnVv éxtacn tov HetaArdEewv mov oupPaivouv apydtepa, Evag aptBpdg
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aAAnAemidpdoemv etvar duvatdv va yabel, evd évog dALOG aptBPOC aAnAemidplcemy

glvar dSuvaTdv va ELEAVIGTOVV.

O1 dicpopor tomol olAniemidpdoewy

O mpoteivikég aAlniemidpdoels dgv eivar OAeg 101eg Hetald Tovg, oAAG
yopiCovtar oe Eeywpiotovg tomovg (Nooren and Thornton. 2003). O wo onpavTiKodg
Swywpiopldg stvar petalh arlinAiemdpdosmv mov oynHatilovv HOVIHa 1 TpoOoKopo
GUUTAOKO. ZTNV TPAOTN TEPIMTMOOT, Ol OAANAETIOPACES €ivol TOAD 1GYLPES Kot TO
GUHUTAOKO StohvETOL LOVO e TPOTEOAVGT]. TNV deVTEPT TEPIMTMOOT), Ol AAANAETIOPACES
etvar acBeveic, aAld e€arxolovBovv va eleavifouy e€edikevon, dNAad CAANAETIOPOLV
He ovykekpidévo HOpla, kot Oyt He omotodnmote. Idwaitepo YopaKTNPIoTIKO TOV
aAAnAemidpdoemv  HoviHov oLUTAOK®V  glvar, 0 HeydAog  PobUOg  eEeMKTIKNG
GLVTNPNONG TOVS, aKOUO Kot HeTa&h TOAD S10POPETIKOV OpYOVIGU®V, €V ovTIOESEL e
TIG CAANAEMOPAGELS TPOSKALP®Y CUUTAOK®V 7oV €ival AyOTEPO GLVINPNHEVES. AVTO
TO YeYovOg VTIKATOTTPILETOL Kol 6T GLVTIHPNOT TOV AIVOEEDY OV LITAPYOLY GTNV
EMPAVELD TNG TPWOTEIVIG TOV KAVEL TNV €MOON UE GALEC OAANAETOPDOCES T POTEIVES.
EmumAéov, o1 mpoteiveg mov oynpatilovv éva otabepd GOUTAOKO YEVIKA TEIVOVV VAL GUV-
exepalovtal moAD TEPLGGOTEPO, am’ OTL 0L TPMTEIVEG TOL oynUatilovv éva mTPdoKALPO
ovumioko (Brown and Jurisica. 2007). Eivar BéPato a&loonpeimto 10 yeyovog OTL TO
VIAPYOV  ovOpOTIVO  aAANAETIOpOHA  Kvuplopyeitol  amd  OAANAETIOPACELS OV

oynuotilovv mpockaipo cOUmioka (Brown and Jurisica, 2007).
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KE®PAAAIO 3

YAIKA & ME®OAOI

[Noa va mwpaypoatomombBei m  Prominpo@optkyy oavaivon ovTig TG  EPYOciog,

ypNoomomOnkay Hia oepd and Baoeig Aedopévov kot epyareio BlomAnpopopikig,

ywo. ta omoia O dwbei pio cvvtopn swoaymyn (yio 1o kdbe €va) mopakdto Kol TMG

avakTHONKaY T0 dESOHUEVOL.

2y mopovca  epyacio HeretnOnkav técoeplg KLPlEG 0 Hadeg yovidiov. Ta va

OlevkoALVOEL 1 CLYYPAPT TOV OTOTEAEGHATOV, YPNGILOTOONKOV GUVTOUEVLGELS Yo

avtég TIc Téooepig o Hadeg (mt_mt genes, mt_genes, nuc_genes, mt_mt interactors).

XvuykeKkpévaL

mt_mt genes: Ta yovidia mwov k®dkomotovvol 6to Hirtoyovoplakd DNA (ko
K®OOIKOTOL0VV TPWTEIVEG)

mt_genes: Tovidio mupnviknig mpoeredoems mov eUmAékovtal ot dopn M/kot
Aertovpyion Tov Hitoyovdpiov, cvopeova He ™ Tovidwokry Ovtodoyio (Gene
Ontology).

nuc_genes: T'ovidia mopnvikng tpogievcemg mov AEN @aivovtot va gpmAékovtol
otV dopn N/kar Aettovpyia Tov Hitoxovdpiov, e Baorn ) Fovidiakr OvtoAoyia
(Gene Ontology).

mt_mt_interactors: 'ovidia mopnvikng mpoerevoemg mov e Paon v BioGrid
aAANAETIOpOVV Gplesa He kamoto/o amd To mt_mt_genes.

Ta Bacikd 6Tad10 TNG HeAETNG NTOV:

Na Bpebovv 1o avBpomvo yovidwe yiao v kébe Wio amd TG mopomdve
Katnyopieg, e ™ Pondeta tng yovidlokng ovtoroyiag.

Noa PpeBodv o1 mpwteivelkés OAANAETIOPACELS TOV TOPATAVOV AvOpOTIVOV
yovidiov omd v BioGrid.

Noa PpeBodv mod avOpdmiva yovidwe eUmiékovior oe acBéveleg amd v
GeneCards.

Na Bpebovv ta opBoLoya TV mopamdve avOpdOTVeOV Yovidiov o TéEvie GAla
Onlaotikd, amd v Ensembl, pe t yprion tov Biomart, kabobg emiong va
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e€aybobv ou Tég Twv AN/AS kot Tov Pabpod cuvtipnong tov opbHoroywv
axoAovbidv (% Identity).

* No evoopat®wbovv 6Aa To Topamdve oedoUéva Ue TN Pondeia g YA®ocog
npoypappoticpov Perl kot va yivouv otootiotikég avalvoelg e ) Pondeta tng
YAOooOG Tpoypappaticlol R.

3.1 T'voooa Mpoypappaticpov Perl.

H Perl givor pio woAd OMUOQIAG yAdooo mpoypadUaTIGHoy 1 omoia
oyxedomke and tov Larry Wall evéd n mpdn €kdoon g yYA®GG0G EUQOVIGTNKE TO
1987 (Pierce, 2005).

Yvvi0og éva Tpdypappa o Perl exkteleital ypnolomoidvtag aueca M EReso
10 dleppnvéa ¢ YA®ocos. Avtd mov dwokpiver v Perl amd molhéc dAleg YAdooeg
TPOYPOUHOTIGHOV gival TO Yeyovog 0Tt givorl SLaBEGIN Yo GYedOV O T AELTOVPYIKE,
ovotiHata. Qg YAd®ooa mpoypoppaticlod n Perl éxet éva dvvaliko ovotnpo torwv,
avtd onpaiver 6Tt Pio HeToPANTA amOKTA TOTO HOVO UETA amd TNV avabeon Hiog TUNG
oe ovt. H Perl pmopei vo dwayeipiotei aptBpode (dexadikovg kot akepaiovg) kot
ovUPorocepéc. EmmAéov, HmopovUe vo  Eyovle mivakeg omAovg (arrays) ko
oLGYETIOTIKOVG (associative arrays 1 hash tables), ot oroiot ivan Pnyovicpoi opydvmong
dedopévmv. Ocov apopd T1g HetafAntég vapyetl £vag day®PIGHAS avTdV OGOV apopd

™V ovaBeot andl®dv 1 cLVOETOV TIHOV.

‘Eva dALo Pacikd xapoaktnplotikd g YA®ooag eivatl 1 eopetikn vrootpién
TOV KOVOVIKOV EKPPAoEDY, dNAOON TOPACTACE®V TOL UTOPOVV va TEPLYPAYOLV TNV
vevikn] dopn Mg cupPforocelpds Kot Hmopovv vo ypnotploromBovv ot dwayeipion
oupporocepdv. Emmiéov mapéyel vmodoUEG yio SIKTVOKO TPOYPAUHATICHO KOt Yol TV

€0KOAN Olac0vdeon He yvwotég Pacelc dedopévav, evd To TeAevtaio Ypovia €Yve

wwaitepr ONUOPIANG AOY® TG ¥PNONGS TNG OTN SromAnpopopiky).
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File Edit View Terminal Help

Ewkova 3.1 Topdderyha evog mpoypappatos Perl mov oyedidotnke xoatd v oipkeio e

epyaciog.

H Perl yapaxmpiletor o¢ puo yAoooa ovykoiinons | omoio. ypnoLOTOLEITOL Y10, VO
ouvvdéel mpaypata. ‘Eva amotélecpo ott n Perl  eivon g yAdooa oyedoopévn yio
oLYKOAANON TpayHdTeV, givor 0Tt 1 YA®ooa givar mToAD mpocapHlooTiky. Exteheiton
Héoo o tovAdyiotov 20 Agttovpyikd CLOTAHATA — Kol TOOVOG TEPIGGOTEPA. XTN
ovykekplévn epyocio ypnolorombnkav o UNIX. To otk mpoypopaticpod eivor
TOAD €VEMKTO, OTOTE Umopel KATO10G TPOYPAHHATIOTNS VA KAVEL TO. {10 TPAYATO KOTE,
ToAOVG TpOTOVG. ['evikdg 1 gykotdotoon g Perl £xel oxedwnotel €161 dote va givan
e0KoAN Kot yopig oearpata. Télog a&ilel va onpeimbel mog 1 Perl &xet ypnoylonombel
oe KaBe KAado g Propnyaviag, yw oxedOV omoladnmote epyacio UmopollEe va
QoVTacTOOUE. XpNoHomotleital 6Ty ayopd HETOY®DV, OTIS KATOOKEVES, 0T oyedioom,

ot prominpopopiky, otV LVROGTAPEN TEAATAOV, O©TOV EAEYY0 mOdTNTOG, OTOV
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TPOYPUUHOTIGHO cvoTUdteyv, otV HicBodocio Kot otov Aeyyo amobepdtwv. Pucucd

xpnolonoteite kar oto Web (Pierce, 2005).
3.2 I'ovidwaxn Ovroloyia(Gene Ontolog:GO)

H T'ovidiaxn Ovtoroyia 1 gene ontology (GO) (http://www.geneontology.org) eivau
Hio onpavtik] mpomtofovAia g PromAnpogopikig emiotnUng. Amotelel Hio Pdon
dedopévav (B.A) 1 omoia mepthapfavel évo eleyyopevo Ae€ildyo. Avtd to Ae€hdylo
€Yl MG OKOTO TNV TEPLYPAPT] TV YOVISI®V KOl TOV YOPAUKTNPIOTIKMOV TOV YOVIOIOK®OV

TPoiovVI®V (TpOTEivOV) o€ OAa ta £idn (Ewk.3.2)

the Gene Ontology gene o1 proteinname

Downloads Tools Documentation Projects About Contact

Welcome to the Gene Ontology website!

The Gene Ontology project is a major bioinformatics initiative with the aim of standardizing the representation of gene and Quick Links

gene product attributes across species and databases. The project provides a controlled vocabulary of terms for describing Tools

gene product characteristics and gene product annotation data from GO Consortium members, as well as tools to access AmiGO browser A
and process this data. Read more about the Gene Ontology. 0BO-Edit ontology editor

Ontology downloads

| Annotation downloads |
Search the Gene Ontology Database nnotation downloads

Database downloads

Documentation

Search for genes, proteins or GO terms using AmiGO : GO FAQ
&
o) GO on SourceForge
Contact GO
© gene or protein name GO term or ID
News.
GO on Twitter &/

AmiGO s the official GO browser and search engine. Browse the Gene Ontology with AmiGO . Cardiovascular GO

Annotation Initiative

Newsletter June 12 (8 days
The Gene Ontology project very much encourages input from the community into both the content of the GO and ago) News jtem
annotation using GO. We are very happy to work with others to ensure that the GO is both complete and accurate, and we Open post for collaboration

also very much encourage communities to submit GO annotations for inclusion in the GO database. Please contact us. with human phenotype

ontology (51 days ago)

Eixova 3.2 Apyixij ochida the Gene Ontology. (http://www.geneontology.org)

[T ocvykekpyéva avtn n B.A. otoyevet:

e X dwtpnon kot avantuén tov AeEiloyiov Tov apopd To Yovidlo Kot Ta
YOPOKTNPIOTIKA TMV YOVISLUK®OV TPOTOVIOV (TPOTEIVOV).

* 270 GYOMOCHO TOV YOVISIIKADOV O£S0UEVOV Kol YOVIOLOK®MV TPOIOVIMV,
OT®G €mMionG KOl S1AO00T| QVTMV.

o XV mapoyn epyoreimv yuo v €0KoAN TPdsPaocn o€ OAES TIC TTVYEG TV

dedopévmv mov mapéyovtot omd T Pdon.

H B.A. m¢ Tovidiokng OvtoAoyiog mapéyet v oviodoyio KaBopiopéveov Opwv mov

AVTITPOCHOTEVOVV 1O1OTNTES YOVIOLUK®V TPoidvTwv. H ovtoroyio kahdmtel Tpeig Topeic:
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i.  Tnv xvttopwkn meproyn (cellular component) mov mapatnpeitor éva
yovidrakd mtpoiov (Blopdpio). Iy HepPphveg, opyovidio KTA.

ii. Tn Hopwokr Aertovpyio tov Propopiov (molecular function). Avt
TEPMOUPAVEL TIG OTOLXEUDOELS OPUCTNPOTNTEG Kol 1OOTNTES TV
YOVIOLOK®V TPOIOVI®V o€ Hoptlakod eninedo. [Ty .katdAivon 1 chvOeon.

iii. Tn Poroywr Aertovpyio (biological process). Avtq oagopd TIC
oAokAnpwUéveg Asttovpyieg Tov Propopiov mov cupPaivovv e Hoplokd
eninedo e wKabopiopévn apyn kol TéAOG kol oyetilovtar HE TIg
oAokAnpopéveg Hovades daPimong 6mwg ivat: Ta KdTTOpaA, Ol 16TOL, TO

Opyava Kol 0L OpYOVIGHOL.

Oocov apopd ™ dopn ¢ ovioroyiag avth delyvel TIC oYEGEIS HETAED TOV SLUPOPETIKMV
OpwV, eVO évag 0poc Umopel vo amoterel Hia To eEEOIKEVUEVT] TEPLYPAPT] EVOG GAAOV

Opov.

[/ Gene
ontology;
A 4

iologml process

Cellular process = o -
— — Respor\se to stimulus
Cell commumcanonl/ ) il \ ()

L Cellular
Signal transduction Y~ = physiological \ Response to stress
o st K_,./' 3 process \  Responseto |
/

Intracellular signalling (™ Y~ /7 ~ \__endogenous |
¢ ] (Mjs /k W N ommufus \
/ \ Cell surface receptor / /) g —— \
Intracellular / /linked signalling J/ / Cellular - \
receptor-med: ated / g /- / . f melabollsm - Response to
signalling (' Enzyme-linked oc.zu / (Ocelldeath plicon ok { DNA-damage stimulus
| reccptot signalling o cle o 5 ed | cellular metabolism
J / rogramm
Steroid hormone ( /
ling ~\ Transmemrane  / o \1/59" death Nucleic acid
receptocsignaling\ °P.TK signaling ~ /  Cell proliferation | { metabolism o QDNf repair
\ / — _— N
/ (Dapoptosis | - ’ODNA . OMMR
Androgen receptor Regu!anon of cell-cycle / Phosphorus | " metabolism \
s / metabolism 1 \ N
signalling y, progression Regulati \
> \ egulation ONER
\ « of apoptosis Transcription (DDNA replication |
Negative regulation of \ | Ne Phosphate N ] /
gative ‘metabolism | - /
cell cycle progression .Cell cycle O-cg S ation 4 i \ f\gz: mmr /.
checkpoint \of apoptosis g ]
\ / Regulation of
Phosphorylation / transcription /
Anti-3poptosis \ Q o
Transcription, \ Transcription-coupled NER
DNA-dependent
-3 o — Regulation of transcription,
Transcription from gulat
RNA pol Il promoter DNA-dependent

Nature Reviews | Cancer

Eixova 3.3 ITpagicyp avamapdoroon ovidiaxns Ovioloyiog omov diapaivoviar o1 oyoriaclol
AEITOVPYIAV YYWaT@V KopKivikdy yovidiwy. To Uéyefoc twv kdklwv givair avdloyo e T ovvolikn
ovlleToyn Tov yovidiov kar N okiaon Jdciyvel 1o PabUo s oratiotikng onl aviikotyrag. Avto

onlaiver ot to vEEPEKPPOTEVa yovidio eivar elmAovTioéva yia THY «EUPAVION TOD KOpPKIvVOD»
(Hu et al., 2007).
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a Perofigome
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Membrane
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SegBnviary
~7 metab process

Eixova 3.4 Xoproypapnon ovidioxnc Ovioloyiog kol AEITOvpYIK) TEPLYPOPT TWV YOVIOiwV 0T
ppdovia. apoatnpovvior katnyopies ovioloyiag yovidiwv wov ekppdlovior ota ppodto (o) Kol
piCa (B). H axtiva tov kdbe kbrlov dnlavel tov apiBUo twv yovidiwv oe kdbe kornyopia. H okid,
oToVg  KUKAODG givar ovaloyn We to ermimedo onlh avukotnrog (kitprvo, mocooté <0,05).(

http://www.nature.com/ng/journal/v43/n2/images/ng.740-F3.jpg).

IMa mopdderypo 1o yovidlako Tpoidv kutdypwUa C, Umopel va meptypapel, 6Gov
aQopd TN HoploK TOv Agtovpyic HE TOV YOPOKINPIOTIKO OPO : dpacTnploTnT
ofewopedovktdons, Ocov  aeopd Tn  Proroywikn  Tov  Asttovpyio:  0EEOMTIKY
QPOCEOPVAI®ON, Kot OGOV  aeopd TNV KLTTOPIK TEPLOYN 7OV TopaTnpEitaL:

Hitoxovoplokn HePPpdvn Kot ecmTEPIKT| UITOYOVIPLOKT HEUPPAvY.

Kabe opog g Tovidwokrg Ovtoloyiog (gene ontology term) éxst éva
OLYKEKPIHEVO OVOUO EVTOC TNG OVIOAOYiaG TO omoio Umopel va agopd Mo AEEN 1N éva
YOPOKTNPIOHO, Y. éva HOVadKO avayvmploTikd aplfuntikd ototyeio, £vav opiolo, 1
ovOUOTO TOV VTOJEIKVOOVV TOV TOoHén 6TOV omoio avhkel. Emiong, €évag 6pog gene
ontology pmopei va apopd Kdmolo ToPOTOUT GE avTioToLEg EVvoleg e GAleG BAoels
oedopévov. H Baon g Fovidiakng Ovioroyiag mepthapfdvel 6povg mov apopovv
EVKAPLVOTIKG KO TPOKAPVOTIKG KOTTAPO KAODS Kot LOVOKDLTTOPOVS KOl TOAVKVTTAPOVS

0pPYOVIGHOVG.
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H Tovidiokn Ovtohoyio dev eivor otatikn. Ilapatnpovvror mpocHnkeg,
O10pHDCELS KOl TPOTOTOMGELS TOL TPOTEIVOVTOL OO HEAN TV KOWOTHTOV £PEVVAG KOl
oYOMOGHOV KaO®G Kat amd 660V epmAékovtal Gplesa 6to £pyo TG gene ontology. T'a
Tapadetyla, €vog oyoMaotig Umopel va (nmoel évav 6 LYKEKPIUEVO OpO  OOTE Vo
aVTIMPOoOTEVETAL Hio PeTafoAtkry 000G 1N éva TUnUo g OvtoAoyiog Hmopel va
avafeopnbel e ™ Ponbeia tov Eunepoyvopdveov g Kowomtoc. Ilpotevopeveg
aAlayég Kol TpooOnkeg amd Toug cuvtakteg g OvtoAoyiog epaplolovial avaroya L

v mepinTmon.

Téhog  T'ovidrakry Ovtodoyia givar eAebBepa d1aBécin and Vv 1otocerida GO
(http://www.geneontology.org/), | pmopei va vadpéel TpoécPacn oe amevbeiog cuvoeon

He to mpoypappo GOAmIgo.

id: G0:0000016

name: lactase activity

namespace: molecular_function

def: "Catalysis of the reaction: lactose + H20 = D-glucose + D-
galactose." [EC:3.2.1.108]

synonym: "lactase-phlorizin hydrolase activity'" BROAD [EC:3.2.1.108]
synonym: "lactose galactohydrolase activity'" EXACT [EC:3.2.1.108]
xref: EC:3.2.1.108

xref: MetaCyc :LACTASE-RXN

xref: Reactome:20536

is_a: G0:0004553 ! hydrolase activity, hydrolyzing O-glycosyl
compounds

Eiwxova 3.5 Iopdocryla GO term (http://en.wikipedia.org/wiki/Gene_Ontology)

3.2.1 Epyoieia

Yrapyer évoc Heydhog apOpog oabécilov  epyaieiov online to omoia
¥pPMNOHoToovV T dedopéva mov mapéxetn [ovidiakn Ovtoroyia.. H kowompa&io gene
ontology avamticoetl kot vroompilel dvo epyodeia, tmv AmiGO kot OBO-Edit. H
AmIGO eivar pio S1a01KTLOKT EPAPHOYT TOV EMLTPEMEL GTOVG YPNOTES TV avalTnon,
TEPUIYNON KO OTTIKOTOINOT) SEQOUEVDV YOVISWOKAOV TTpotdvtwv. EmmAiéov, mepiéyel 1o
npoypapupo BLAST kot epyareio mov emttpémovy v avdivon UeydAwv dedolévav.
To  AmiGO  pmopei  vo  ypnowomombei  online  omv  16T00EAId
(http://www.geneontology.org/), émov vapyel TpoécPacn ota dedopéva Tov TaPEXOVTOL
a6 ™ [ovidiokr Ovtoroyio. EmumAéov, umopel va eykatactabel yio Tomikn ypnomn oe
omoladnmote Pdomn dedopévav mov ypnotlomotet ) Pdon ¢ Fovidiaxkng Ovioroyiag.

Mopéyxetor dmpedv Kot gival S10b0Ec1plo o¢ PEpog Tov go-dev dtavopng AoyiGHIKoD.
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To OBO-Edit givor éva epyareio to omoio meplapPdver Ui oloKANpOUEVN
avalnmon kot éva iltpo dtacHvoeons, He Tn duVaTHTNTO VO KOTOGTGEL VITOGVVOAL
TOV Op®V OOTE Vo, lvar d1aKkplTd omTiKd. Av Kot avortoydnke yio v ovroloyio mwov
apopd ™ Proiatpikn, to OBO-Edit pmopei va ypnoyplomomBel ywo v mpoforn,
avalnmon kot eneEepyacio ke ovioroyiag. Eivar eledBepa S100é61H0 61O S10dikTLO

(http://www.geneontology.org).

3.2.2 lotopixa ororyeia

H Tovidiokn Ovioroyia koatackevdotnke apyikd 1o 1998 amd k owvompadio
EPELVNTOV TOV HeELETOVOAV TO YOVISIOHA TPLdV opyavicpdv Hovtédwv: Drosophila
melanogaster (Hoya tov @povtwv), Mus musculus (mwovtixt), kot Saccharomyces
cerevisiae (kown Hoyid). TToAAég Ghreg Paoelg dedOUEVMDY £YOVV TPOCKOPNCEL GTNV
kowornpa&io g Fovidiakng Ovtohoyiag, cvpPailovtog oyt HOVO 61O GYOAMOGUO TMV
OedOEVMVY, OAAG KoL OTNV AVATTUEN TOV OVIOAOYIDOV KOl TMV EPYOAEIOV OOTE va
epappooToLV T dedopéva. MEypt Tdpa, o TePlocOTEPES Heydeg Pacelg dedopévev
OV APOPOLY PLTA, LM Kol UKPOOPYAVIGHOVG £x0vV GUHPAAEL TPOog TV KatehBvvon
avtob tov épyov. And tov lavovdpio tov 2008, 1 Gene Ontology mepiéyel mave amnd
24.500 o6povg mov epapUolovror oe o gupeiot TOWKIAMO PLOAOYIKOV OPYOVIGU®V.
Yrdpyet évog onpavtikdg 0ykog PiAloypagiog oxetikd e v avémtuén Kot ) xpnon
tov gene ontology, kot amotedei évo mpOTLTTO EPYOAEl0 GTO OMAOGTAGLO TG

Brominpoeopikrig (http://www.geneontology.org).

3.3 Baon Agdopévawv Ensembl (Ensembl Genome Browser)

3.3.1 Ensembl Genome Browser (http://www.ensembl.org)

O oapBUog tov PBdocwv dedopévov O6cov agopd To medio ™G Moplakng
Biohoyiag €xet avénbel paydaio ta tedevtaio ypovia. Yrapyovv nepiocdtepeg amd 1000
OLPOPETIKEG PACEIS dedOHEVOV OOV 1| KAOE [ia TapEyel TANPOPOPie GE SOPOPETIKT
Hopon. TToAd cuyvd n GLALOYN TANPOPOPLOY KOt 1] GVYKPLOT] AVTAOV TPOEPYOUEVDV Ol
OPOPETIKEG TNYEG TPOKOAEL oVOyyvon oe moAlohg epevvntéc. Etot, Aowumdv ot

evAlopetpntég FNovidiopdtov (Genome Browsers) mapéyovv peydin Pondeia g mpog
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NV QVTANGCT TANPOPOPIOV Kol OedOUEVOV atd JPOPETIKEG TNYEG KOl TOPOLGIOOT

avTOV [’ €va oAoKANpopEVO TpdTO.

Tpeic Genome Browsers ypnoilomoodviol €upémg oOTNV  EMGTNUOVIKN
kowotra: o UCSC Genome Browser, 0 NCBI Map Viewer xoto Ensembl Genome
Browser. Ot Bdoeig avutéc dev mapéyovv HOVO TANPOoQopiec OAAY TapAAANAO GLVOEOLY

TANPOPOpieg amd d1dpopeg TNYEG Kot TIG TaPOoVSLAlouy OAOKANPOUEVES.

H Ensembl Genome Browser amotelel o Pdon dedopévov mov Eekivnoe to
1999, Aiya xpdvio Tpv ohokANpwOEel 1 amoKpLTTOYPAPNOT OAGKAN POV TOL AVOPOTIVOL
YOVIOIOHOTOC. XKOTOG TOL Project Mrav m HeAETN 0AOKANPOL TOL AVOPOTIVOVL
yovididpatog (3 dtoekatoppvpiov (evydv Pacemv) kol n dNHOCLOTOINoT OVTAG TNG
Helétng, evad amd tov [ovio Tov 2000 ko petd, TANOdp YOVISIOHATOV S10POPETIKDOV
eV mpootédnkav ot Paon avty. H Ensembl Genome Browser mepiiapfdvel mavem
a6 30 €idn, n mheovotTa TOV OToiwV £lval 6GTOVOLAMTA, GLUTEPIAAUPAVOUEVOL TOV
avOp®TOoV, TOV TOVTIKOV, TOVL apovpaiov, tov zebrafish kabmdg kot pio HeydAn yrdpo
OPYOVIGU®V TOL ¥PNOOTOI00VTOL EVPEMG oE epevvnTIKEG Ueléteg (my m Drosophila

Melanogaster kot o Caenorhabditis elegans) (Ewk.3.6)

Login / Register | BLAST/BLAT | BioMart | Docs & FAQs

Search: All species v for New to Ensembl?
Did you know you can

Did you know...?

e.g. human gene BRCA2 or rat X:100000..200000 or coronary 7 Learn how to use Ensembl

heart disease - Browsing
w'\t::((:'ur wde'zo tutorials and oy o
walk-throughs from North

America or the
Pacific Rim? Try our
mirror site,

Browse a Genome 2, Add custom tracks

The Ensembl project produces genome databases for vertebrates using our new Control Panel

and other eukaryotic species, and makes this information freely ¢7 Upload and analyse your data http://uswest.ensembl.org
available online : for faster access

and save it to your Ensembl account
Click on a link below to go to the species” home page

2 Search for a DNA or protein sequence
using BLAST or BLAT

Popular genomes (Log in to customize this list)

e?; Eetch only the data you want
from our public database, using the Perl API

i Mouse e? Download our databases via FTP
NCBIM37 in FASTA, MySQL and other formats

€2, Mine Ensembl with BioMart

o g:braﬁSh and export sequences or tables in text, html, or Excel format
P v
Still got questions? Try our FAQs or glossary
All genomes
What's New in Release 58 (27 May 2010)
- Select a species - v

Eixova 3.6 Apyixij oedida too Emsembl Genome Browser (http://www.ensembl.org/index.html).
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Tovidaxég akolovbieg pmopovv va e&aybovv anevbeiag amd v Ensembl 1 amd
éva epyadeio g mov ovopdaletanr Biomart. Me tv Ponbeia g ovykekpihévng Paong
dedopévev Umopovpe va Ppovpe kot v HeAETGOVHE yovidla KaBd¢ kot vo Bpodue
TANPOPOPIES OYETIKA UE YPOUOCHOUATO KOl TOL EVOALAKTIKG UETAYPOPA VOGS YOVISIOVL
(alternative transcripts), eiloote e 0om va S1EpELVNGOVHE OLLOAOYIEG KOl PUAOYEVETIKA
dévdpa og mepiocdtepa and 50 €i0n opyavicHdV yia KEOe yovidlo, TapdAinia pmopodUe
Vo ovykpivovpe oAOKANpeG yevopikég axkoAovBiec (genome alignments) kot
ocuvtnpnUéveg Teployés oe dapopa €idn, OT®MG Kot vo PeAeTcovpe akolovbieg mov
¥pNoomolodvTan 6TIg Hikposvatotyieg (Microarray sequences), aviyvevtéc microarrays
(microarray probes), mMRNA kot npmteiveg yio kKa0e xpoOUOCSOUIKN Tepoyn. Oa ftav
mapdienyn vo Hnv avaeepbet 1 duvatdmTo depehvnong TOAVHOPPIGU®Y Kol T
ovykekpiéva twv SNPs (Single Nucleotide Polymorphisms) evog yovidiov i piog
YPOUOCOUIKNG — mepLoyng,  ev®d  Umopodle  va  ovalntioovphe  oHOAOYEG
aKoAovBiecdapoOp®V opyavicH®V e ) Bonbeta Tov Tpoypdppatog BLAST kabmg kot
eCaymyn akoAovBidv kol TANpoopudv e ddpopeg Hopeéc. IMapaxdtm odivovtan

Kanowo mopodeiypoto (Euc.3.7-11)

2V TopakaTo siova dtvetat o droyn Hetd amd avaltnorn evog yovidiov:

Gene-based displays Gene: ACE (ENSG00000159640)
5 Gel_le summary angiotensin | converting enzyme (peptidyl-dipeptidase A) 1 [Source:HGNC Symbol:Acc:2707]
Splice variants (6) “)n Chromosome 17: 61.554.432-61.599.209 forward strand

— Supporting evidence

— Sequence Transcripts = There are 6 transcripts in this gene
External references (2)
Regulation

B Comparative Genomics Show/hide columns §
EJ gigz?ﬁfl‘}%;ﬁts 1) Name Transcript ID Length (bp) Protein ID Length (aa) Biotype CCDS
F Gene Tree (text) ACE-001 [ ENST00000290866 4022 ENSP00000290866 1306 Protein coding CCDS11637
— Gene Tfeel(a”gnment) ACE-201 | ENST00000290863 ENSP00000290863 732 Protein coding CCDS45755
» gz;%%%;sgﬁ} ACE-202| ENST00000413513| 3880 ENSP00000392247 511 Protein coding -
L Protein families (1) ACE-203 | ENST00000421982 2121 ENSP00000387760 691 Protein coding

B Genetic Variation ACE-204 | ENST00000428043 3460 ENSP00000397593 1145 Protein coding
[ Variation Table ACE-002 | ENST00000490216 4862 No protein product - Processed transcript
— Variation Image

Bl External Data
- Personal annotation Gene summary help Splice variants »

B ID History
- Gene history Name ACE (HGNC Symbol)

G s s [ gonyms ACE1, CD143, DCP1 [To view all Ensembl genes linked to the name click here.]
i D This gene is a member of the Human CCDS set: CCDS11637, CCDS45755

= Manage your data Gene type Known protein coding
P Export dat Prediction Method  Gene containing both Ensembl genebuild transcripts and Havana manual curation, see article.
J ort data
P Alternative genes This gene corresponds to the following database identifiers:

Havana gene:  OTTHUMG00000154927 [view all locations]

Eixova 3.7 Avolitnon tov yovidiov ACE kar minpogpopiec mov Umopodle vo aviAoovle axd tyv
Pdon Ensembl Genome Browser. Oi minpogopies apopodv dedoléva  yia 10 yoviolo, Omws
yevetikoi  molvllopgiclol, axolovbicc twv [etaypdpwv tov KaOMS Yiverar Kol avopopd oTo

peyebog avtwv, yevo\ikés otoiyioels, yovidiaxa 0évopa, opboloyo koi mapdloya yovidia oe
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aAlovg opyaviolods, TPwTEIVIKES O1KOYEVEIES, KaOMS Kol OvvoToTHTO. £COYWYNS OTOLYEIWV

(http://www.ensembl.org).

64.78 K_b Forward strand mee—
51.55 Mb 61.56 Mb 51.57 Mb 61.58 Mb 61.59 Mb 61.60 Mb
AC113554.1-201 >

protein coding
frHrimeE S

Ensembl/Havana g...

ACE-D01 >
protein coding
(RS AUAIA (IS S (e il e || gl |1 mEs
ACE-202 > AC113554.3-001 >
protein coding transcribed unprocessed pssudogel
(RS A RIS (I A0 e sie slie || e b | W= A=
ACE-204 > KCNHG-201 =
protein coding protein codin
i e B =y
ACE-201 > KCNHG-203 =
protein coding protein codin
| o (0 S0 gl | e | | i i
ACE-203 > KCNHG6-204 =
protein coding protein codin
M —— e i -
ACE-002 > KCNHG6-202 =
processed transcript protein codin
Contigs
o e e e e S R =t S—— S e
61.55 Mb 61.56 Mb 61.57 Mb 61.58 Mb 61.59 Mb 61.60 Mb
—=miReverse strand 64.78 Kb

Ewikova 3.8 Avopopd towv contig ka  twv  Petaypapwv  tov  yovidiov  ACE

(http://www.ensembl.org).

Location: 17:61,554 432-61,599.209 Gene: ACE RICUE= TV 6 1}]

Transcript-based displays

.~ Transcript summary
— Supporting evidence (8)
=l Sequence
Exons (25)
cDNA
Protein
Bl External References
General identifiers (58)
Oligo probes (38)
Bl Ontology
t Ontology chart (37)
Ontology table (37)
Bl Genetic Variation
Population comparison
Comparison image
Bl Protein Information
Protein summary
Domains & features (17)
Variations (61)
- External Data
“ Personal annotation
- ID History
Transcript history
Protein history

e

[—
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Eixova 3.9 I[Dnpogpopiecc  mov WUmopodle va aviijoovle amd 1o Petdypapo  ACE
(http://www.ensembl.org)

Ot mapokdto ekdveS apopodV TANPOPOPiEg TOV UTopovV va avIANBovV amd YEVOUIKES

TEPLOYEG

Gene-based displays

- Gene summary
— Splice variants (6)
~ Supporting evidence
— Sequence
— External references (2)
~ Regulation
& Comparative Genomics
~ Genomic alignments (51)
B Gene Tree (image)
| [~ Gene Tree (text)
| — Gene Tree (alignment)
~ Orthologues (55)
 Paralogues (2)
— Protein families (1)
- Genetic Variation
I~ Variation Table
— Variation Image
B External Data

| = Personal annotation
E- ID History
— Gene history

Eixova 3.10. Apopd. v mepilnyn kot Ti¢ wAnpopopies wov Uwopodle va avilioovle ard évo.
yovioro. Orw¢ 1o €idog t0v opyaviallod mov OGélovlle vo aviyvedoovlle éva avykekpiévo yovidio,
70 Ovola Tov yovidiov, TV TEPLOXN TOV YpwHoowlatog mov Ppicketar to yovidio, to ld tov
Uetaypapov mov  emifvfodle va  avaldoovle kabwg xor  tovg  moAv[op@icllodg

(http://www.ensembl.org).
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Transcript Sequence w/Variations

Genes, SNPs, and Conserved Regions

109 AAGTCATACTTG

N-=P=-L==T==h==A

TECCCTCGGCCTGCTCTATGA
e T ECCTCOTCERTGM

A==A==L==G==L==L=-=¥

121 AAGTCATACTTGGAGAATCCCCTGACAGCAGCCACCAAGGCCATGATGAGCATTAATGST

TGATGAGCATTARTGGT

D

Homeologues in Gene Trees

198 |

BRHL2.001 >

Finown protein coclng EnsembiiH avena menge transcrigt
gt

EnsemblHavana gens GRHL2201 >
Known protein cocing Ensembl gene
e — i —
o n coddrg \ega Havna gere
Coniigs APO0 T207.3.1. 153038
Al varigtions U 1 16 IO SR TGS 0T AT 00 L 0O I (R g

Reg. Festures

Oun BLASTz net

) 202 Mo W2 64 Wb il
Rt]

BLAST and BLAT aligners

{wﬁ 1

_..« S

Cupescaphala: 11 hameigs

Buardhonsglines: 4 homelogs.
GRHLZ Horro sapiens
GRHLZ Pan troghdyes
GRHL2 Gerila gorila
GRHL2 Femgs prgrmaeus
GRILZ Macaca s
ORHLZ Tarsius syrichna
repainhini: 2 hemologs
Laurasatiena: 0 homalogs
Benwiia: homologs
GRHL? Ochotena princrps

«a® GG

important Hotice

We now used Blat as our default DR search. This will make your query faster

Enter the Query Sequence

Either Paste sequences (max 30 sequences) in FASTA or plain text

cassion (EMBL. UniProt, RefSeq)

Ewxova 3.11 ITinpogopicc mov apopodv yovidiakés avoaldoeis onws axolovbicg, molvoloppiool,

ollodoyieg, pvloyevetika 0évipa kabawgs kar epyaleia avalHTnons olloloywv axoiovbidv w.y. o

Blast (http://www.ensembl.org).

3.3.2 Ilpdfrswyn OpbBoloywy ko Ilopdloywy yovidiwy otn fach dedolévarv Ensembl

H npoPreyn twv opBOioywv kat Ttapdioymv yovidiov yio OAa ta €idn ot Pdon

dedopévav Ensembl mpaypotomoleitar HECH NG KATAGKEVNG PUAOYEVETIKMV OEVOPMV.

[Tpokelévov vor KOTOOKELOOTEL £va  QLAOYEVETIKO OEVOpPO  ypnoillomoleitor 1o

HeyaAdtepo Wetdypago (transcript) evog Ensembl yowvidiov kou Hion dmoym avtod

QoiveTol TNV TOPOKATO EKOVOL:
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-~ ENSSSCOIN0N00L1089, s scnfa

------ VDT 1, Casnorhabts elegans

1
LEGEND

— XLbranch length Gene 0 cument gene

<. X10branch length Gene ID within-sp. paralog
.. X100 branch length

Eiwxova 3.12 Iapaderyo yovidiaxod déviopov g avlOpamvis Pooaivhyg VI (MYOB) [rkoxxivo
xpopa], oo ENSG00000196586. To cvykekpilévo 0évopo éxel kKaTaoKeDO.OTEL YPHTINOTOIDOVTOS

0. avtiotoiyo Peyaldtepa Uetaypopo kabe opfoloyov kar mopdloyov yovidiov o€ OLGPOPOVS

Blateria: 180 homelogs

— | Cona: 2 homologs

—

0 o1, Dmsopha melanagaster

Saccharomyces erevisiae: 2homologs

1 speciation node
1 duplication node

ambiquousnode
0 gene spltevent

— Clupencephla: 14 homgs

Y08, Homo sapiens

Y06, Gorilla gorila

106, Pongo abel
YOG, Nomascus eucagenys
[ 1111 ATYBLS MACHU, Macaca mlata
! 0CO31734,Calth jachus
b H06, Tpaa belangr

Glres: 3 homalogs
Butheria: 17 homelogs

" Murinae: 2 homelogs
0 Marsupiali: 3 homelogs
{1 Y08, Omithorhynchus aninis
4 S 4hamologs
1 myof, Xenopus ropicals

{1 W10, Latimeria chalumnae

Caenarhabolts elegans: 2 homalogs

L NIRRT T IWIOT ICT T I

TN I IT

T T ) ||| ] 0

106 Pantroglodytes

8 e Il |

— T NN FIIrIm
T NN T Im

— TN T IT
TN T

— T NN WTIT I

I 8 11 Il |

| \
: IHI‘IIIIHIHH [[1] H‘ [

_ TN T

1 | Lol Il 1L |

L | I [ I I |

LI I

IIWI’II H‘I\I H|

L8 | L e [ T T I 11 |

— I IIWTHNTNTWEATY (T 17T T

AA alignment matchimismatch
B AAconsensus » 66% [migimatch
O A consensus> 33% miglmetch
AA alignment gap

\‘II (I LU | {1

Collapsed sub-ree
Collapsed (cument gene)
Collapsed (paralog)

opyavialotg (http://lwww.ensembl.org/info/website/tutorials/coursebook.pdf).

Ot koppot avamaplotody gite dSumhaolacods (KOKKIVO ypodUa), €ite yeyovota
edoyéveong (UmAe ypdpa) Kot U owtdv Tov TpOTO PUmopovv va aviyvevbovv 1060 Ta
apyoio. 600 kol kot to Mo wpdoeata mopdioyo. Etcl pe T onpovpyio tov

QLAOYEVETIK®OV 0EVOP®V HUTOPOOUE VO OVIANGOLUE ONHOVTIKEG TANPOPOPIEG TOL

a@opohV TNV eEEMEN Kot £100YEveDT) .
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XpnoHomoumvTaS TO  QLAOYEVETIKA O&vdpa  Hmopobv  vo  eaybovv  didpopa
GLUTEPAGATO TOV 0POPOVV TIG akdOAoVDES oyéoelg (evydv ooAoYwV Yovidimv (3.13-
3.14) :

OpBoioyes axéoeig: Apopodv (gbyn o LOAOY®V Yovidimv 6mov 0 KOvOG TOVG TPOYOVOS
wponAOe amd edoyéveon). Exovv mpoPrepbel apketés meptypapés tmv opforoymv avtdv

GYECEMV:

i.  OpBoroya éva mpog éva (0ne2one)

ii.  OpBoAoya éva mpog ToALA (One2many)
li.  OpBoAoya moALG Tpog ToAAG (Many2many)
iv. IIpogavidg opboroya éva mpog Eva (One2one)

v. ITBavotata opBOAoya

Hapdloyes oyéoeig: Apopodv (gvyn o LoAoY®mV yovidiov mov TponAbav and yovidlakd

OUTAaGLOGHO.

i.  Tlapdroya gviog evog €idovg
ii.  Tlopdhoya peta&d Tov 80V,
li.  AA\a mapdroyo.
iv. Tlopdhoya mov mponibav oamd vmoTBéUeEVN Oldomoon  TOL  Yovidiov

(http://www.ensembl.org/info/docs/compara/homology_method.html).

m Duplication node

m Speciation node between_species_paralog

Mmusl:Hsap2

ontoglires

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

Ewxova 3.13 Dvloyevetiko dévipo mov mepilallfover dbo €idn, tov avBpwmo kai 10 TOVTIKI.

Daivovra ot oyéoeig TV opBoloywv yovidicwv 700G
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(http://www.ensembl.org/info/docs/compara’/homology_method.html).

Mmus m Duplication node
m Speciation node

Rnor

Mmus
Hsap
)’
Hsap
apparent_ortholog_one2one
-~ Mmus:Rnor
Dubious Duplication
N ;. ) e apparent_ortholog_one2one
species_intersection_score=0 Mn 2
u Hsap:Rnor
Rnor

Eiwxova 3.14 T'ovidiokd 0Evopo tpidv O10QOopeTIKAY €100V OOV OLOKPIVOVTOL 01 OLOQPOPETIKES
oyéaeic Twv opholoywv yovidiwv avaloya e T TPOELEVTN TOV TPOYOVOD. LTHV TPWTH TEPILTWTH
0 TPoyovog mponAle amd e1doyéveon (emdvm), evad oty 0ebtepn TEPITTWON O TP OYOVOg TPOoNAle

ano airhacioopo (http://www.ensembl.org/info/docs/compara/homology_method.html).

3.4 Biomart

H Biomart eivat éva gpyadeio e£6pvéng dedopEV@V TO 0Tol0 EMITPETEL TNV GfleoT
npocPacn oe yovidwa, akoAovBieg kot yevikdtepa Hlog HeYAANng YKAUOG TANPOQOPLOV
Kot vrootnpiletal amd v Ensembl Genome Browser, diywg va omatteiton n yvoon
TPOYPUUHOTIGHOV, Kol GUHPAALEL GTNV €VOTOINGCT KOl GUYKPION TOV OESOHEVOV HOg

He dAdeg Bhoelg dd0UEV@V.

Me 1t Ponbein g Biomart pmopovv vo e&axbovv akolovbieg oe Hopon
FASTA, mivakeg oe Hopon kelévov, html, eite oe popen excel. To cuvykekpiévo
epYOrEl0 EMTPEMEL GTOVG YPNOTEG TN YXPNON TOAAGV QiATpwv oTto MO VEAP)OVTO
O0edopéva e oKOomO TNV AVTIANGT TANPOPOPI®V 7oV avalntobv ol  €pELVNTEG NG
eMoTNHOVIKNG Kowotntag. Me n Biomart pmopodpe va HeAeTcOLHE Kol va
amopovocovpe(pe ™ Ponbewa @iATpv) ocvykekpyléves TEPLOXEG Yovidimv Kot
YPOHOGOUATOV divovtag TANPOQopies TOv apopodv cuYKeKPIUEVES (dves EvapEng kot
Méng (band start kot band end), tov OO0 KO TEPLOYN KMIKOTOINGNG KOt TOAAEG AAAES
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YPNoeg mAnpoeopies. Emmiéov, Pmopodv va dwbovv 1ds yovidiov kot petaypdoov
Kot vo. avtAnBovv ta avtictoyo opBoroya oe dtdpopa €101 Kl opyaviclovs. Oo fTav
mapdienyn  va Pnv avaeepBel n xpnon ™g [ovidiakng OvtoAoyiog mpokeévoy va
avtAnBovv kot va avevpeBovv yovidia mov evOlaPEPOLY TOV eKAOTOTE gpeLVTH. TEAOGC
dtvetar M duvatdm o avalnTNong YOVISIKOV YOPOKTNPIOTIKOV KOl TPOTEOMUIKOV
TANPOPOPLOV G€ GAAEG PAcEIS dEdOUEVDV XPNGILOTOIDOVTOG dtdpopa ovopata kot Gene
Ids (avaroya pe T Paon dedoEVOV TOV SOVAEVOVE) KO AvELPEST KOl avalfTnon TV
ovykeKpIHEVOY yovidiov oe GAAeg Pdaoelc kot mnyéc He Slapopetikd Kabe @opd

tavtotnta (Ewc.3.15-3.16)
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Ensamti Gone ©
Enserrtt Transcrigt ©

Dataset
None Selecwed]

B Dataset 41 /283290 Genes
Mt ruscudus gonns (NCEADTY

Crromosome: |
Gere St gk 1
Gene End (Dp): 1000
Attributes

Ensembdl Gene 10
Ersembl Transcript 10

Oataset
[Neoe Selectad]

Please rostrict your query using critera below
1 REGION

TOScme

Base pak
Gone

Gew E

Bang San
Bana Ene

C Dataset 41 / 28320 Genes
Mua musculus genes (NCBARYT)

Ensamdi Gone 10
Assocated Gene Name

Ches >mo Neme
Gera Start g
Gene End (bp)

Dataset
[None Selocted]

D Datasat 41 /25329 Geres
Mus musouius genes (NCBMI
Fiters

|

Chromosome 1

Ensered Gone 10
Associaed Gone Name
Chromosome Name
Gone San bp)

Gone End (o)

Ploase select columns 10 be included in the owtpwt and hit ‘Results’ when ready

“ Fostures Hemologs
Sructures Soquerces
NP

GENE

Ensembl Attridutes

- el

= Gone End (bp)
Syand

Band

resums 1

Expon o

Cmad nosdcas

Al v rows an | KT

Datasat

No“e Selectod

E Dataset 41 /28320 Genes
Mus musculus genes (NCBIMIY

Fillers
Chromoscme: 1
Gono Saan (bp): 1
Gene End (Bp): 10000000
Attributes
Ensomd! Gene 10
Associated Gene Name
Chromoscrme Name
Gone Start (bp)
Gone End (bp)

Dataset
Gene Targoteng
Fitters

Sutus : ES colls - Targesng
confiemed

Attributes

Gone Symbol

EUCOMM
KOMP
NorCONM

Suatus

Eixova 3.15

Export &l rosus © [ -

Unigue results only m
le

View

mail nothcason

10 =] rows as (WA <] 17 Unigque resuits only

Lraamii Gora 0 | Assocated Dene Name 'L'vr»t,uﬁm | Gare S5art (5p) | Gene End Bp] | Gene lth‘(waﬂl'l'ﬂi'h\gﬂh.

Hopdoeryha avalitnong dedolévewv e t yphion e Biomart elépvéng

arnoteleopldzov (http://www.informatics.jax.org/userhelp/biomart_help.shtml#whatis).
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[ D Now |[ @ Count |[ Il Rosults

A Dataset 696 / 36582 Genes
Homo sapiens genes (NCBI36)

Please select columns to be included in the output and hit 'Results' when ready

- Features Homologs
Filters Structures ¢ Sequences
Afty hf? u85av2 ID(s): [ID-list Variations
specified]

2 SEQUENCES:

Flank (Gene)
Upstream flank [1000]
Ensembl Gene ID
Chromosome Name

Sequences (max 1)

Gene Start (bp)
Gene End (bp) Unspliced (Transcript) 5'UTR
Unspliced (Gene) 3'UTR
Dataset :::3": {‘l(’;rans)cript) E[;i;& sequences
None Selected * Flank (Gene, c sequences
[ene;Seteciad] Flank-coding region (Transcript) Coding sequence
Flank-coding region (Gene) Protein
Upstream flank

v Upstream flank1000

Downstream flank
[~ Downstream flank

B Header Information

Gene Attributes
v Ensembl Gene ID ~ Chromosome Name
Description ~ Gene Start (bp)

Associated Gene Name
Associated Gene DB

~ Gene End (bp)

[® New | [ Count | [l Rosults

B

Export all results to File

~| [FASTA ¥ ¥ Unique results only c

Dataset 696 / 36582 Genes
Homo sapiens genes (NCBI36) | gmail notification to
Filters
Affy hg u95av2 ID(s): [ID-list :
sggcif?ed] (6): View 10 v rows as[FASTA | I Unique results only
Attributes i
F >ENSG00000004487|1|23218533|23282771
lank (Gene) TCACCCTAATCAAGATATAAAACATTTCCATCACCCCCAGCAAGTTCTTTCTTGTTCTTT

Upstream flank [1000]
Ensembl Gene ID

TGCAGTCAACCCCCGACCCCCATCTCAGGCAAGGGCTGATTGGAGCCTATTACTGGAGAT
TAGTTTTACCAGTTCTTGAACTTCATGTAAATGGAATAATTTTTTGACAATTTCACTTCG

Chromosome Name AAGAGACAGACTATTAAAAAGACAATTGTTTGTGTAATAAGTACACGCATGCTAAAAGTA
Gene Start (bp) CACGACCTGTTCCAGTTTTGGGTTAGCAAGGGATTCCTCGAAAAATTAAAAGAATAAACC
Gene End (bp) GCTACTATCATTATTAGAAAGAATTAACCTGGAGTAGAAAGAGGTGTTATGTGGATGGGG
ATGGGGGACATGAAGGATGGGGGACATGGCGCATCGGGGGACATGGGGGATGGGAGAAGCG
CAAGACATGGAGTGCGAATGAGGTTGGGGTCCAGCCAGAAGGAAAAGCATGAACAAAGGC

Dataset TTGGAGACAAGAGCAATTCCGTCTGGACTCAAACCTGGATTTCGTAACTTGTCTCCATTT

[None Selected]

TACTACCATCGAAACTGCTGTGCTCTCCAAGTTTTTTGCCCAGTCCAAGCAGGGCAATTA
TGAATAAGTAAGACGCTCTACCAACATATTTCAGTGTTTTCCCCCATTAGACTGTAAGTT
CTTTGAAAGCTAGAACTTCATAATGTAACCCTTGTTACGTAGTAGGCAAGCATTAATAAA
TACTGGTTGAATTAACGAATAATTGGGTGAGTGAATGAACGAACGCACGCATGCAAACCC
GAAAGTCCCTGGAGGAAATGGTCACCTTCGGAGGTTTAGTCTGGCCCAGAAGCCCTAAGA
CCACGGACTGTGCCAGGTCCCACTCCAAACGCCGGGGAGACGCTCTAGGCAAGCTACACG
TTCTTTGCTGCGGTGCCACTCTAGCCGCGAGAACGCCGCTCTATGGCTGCGGGGGAGGGG
CGGGGCTCGTGGGTGTCTCCGACCCTTTTTGTCCCGGCGC
>ENSG00000000938|1/27811390|27834314
TGTGTTAGCCAGGACGGTCTTGATCTCCTAACATCGTGATCCACCCGCCTCGGCCTCCCA
ARGTGCTGGGATTACAGGCGTGAGCCGCTGCACCCGGCCTTTTCTTTCTTTTTTTTAAAR

Eiwxova 3.16 Eloywyn axolovbiv Ensembl Gene Transcript oe Hoppn FASTA

(http://www.informatics.jax.org/userhelp/biomart_help.shtml#whatis).

3.5 BioGRID (Biological General Repository for Interaction Datasets)

H BIioGRID (http://thebiogrid.org/) eivar pio empeinpévn Proroyikny Paon
Ocdopévev 1 omoio TEPAAUPAVEL TPOTEIVIKEG KO YEVETIKEG OAANAEMIOPAGELS Kot
dnpovpynnke to 2003 and tovg Mike Tyers, Bobby-Joe Breitkreutz xou Chris Stark

oto Ivotitovto Epevvev «Samuel Lunenfeld» 1o omoio edpever oto Mount Sinai
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Hospital. Xtnv ovoia amotehei Hior OAOKANP®UEVT] TNYH TPOTEIVIKOV KOl YEVETIKOV
AAMAETIOPAGE®V TV GNUOVTIKOTEP®V OPYOVIGH®OV HOVTEA®V Kol o cuykekpiéva 50
€10mV, cvlreptlalfavolévou tov avBpdmov, Tov yUratd] Kot GAA®Y 0pYaVIGU®V TOV
elvar oD dadedoplévol oe Pedéteg 6mwe n Drosophila melanogaster, o Caenorhabditis
elegans, evd teivel va omoakpOveL TOVG TAEOVOCHOVG £TGL MGTE Vo ONUIOVPYNOEL i
gviaio yoptoypaenon tev aAlnienidpdcemv. IIANpng KdAvym dedoévav mov apopovv
TPOTEIVIKEG YEVETIKEG OAANAETIOPAGELS £xEL ovapepBel o€ Tpelg OpyaVIGHOVS KOl TLO
ovykekplléva  otovg:  Saccharomyces  cerevisiae, Arabidopsis thaliana  xou
Schizosaccharomyces pombe evd yivovtat Tpocmdfeieg EATOVTIGHOD TANPOPOPLOV Kol
og QAo petdlma. AvtiBeta M TANPNG KOALYTN TANPOPOPIOV TOV APOPOLV  TOL
Onlootikd, cvpnepilappfavopévov kar tov avOpdmov amnéyel apketd. To BioGRID
@uolevel mepiocdtepa omd 17 exot. ovOpaTa Kot WYeLd®VLLA Yovidiwv kabmg emiong
kot avoyvoplotikd 1ds ta omoior fonbodv oty avalftmon kot eE0pvén dedopévov

(Stark et al., 2011).

BioGRID **

elcome to the Biological General
epository for Interaction Datasets

BIOGRID Is an online Interaction reposkory with aata complied
mrough comprenensve curation efforts. Our current ingex is
version 3.1.53 and searches 34.9% pwiications r 557,534
raw proteln and genetic nteractions from major mooe!
organism species. All meraction d3t3 are freely provided
mrough our search Index and 3wa@liable via downioad in 3 wiae
\ariety of standardlzed ormats

AREAS OF INTEREST TO HELP YOU GET STARTED

home helpwid tools contribute statistics downloads partners about us

Search the BioGRID

S Dy sty epwords, wnd Gune swT.

e
[~]

oun Ag

Homo sapiens

SUEMIT CENE SEARCH

Search q‘. Featured

N Tips Dalasets

Advanced
Search

uoneoand g

>

BIOGRID FUNDING AND PARTNERS

), Busdana Downioad
W¥" intsraction Datassts

Craste cusiom imeraction catasets
Dy prosein or by publication. You can
aiso gownload our entre dataset in s
widie variaty Of stancans formass

2 §

Weve geveloped 2000 That make use
of SIoGRID gata. Chack out The st of
2001 20 Ses I we Can Pep you work
wWin owr osta

Ondine Tools and
Resourcss

LATESTNEWSE

Link To Us or Submit

g Intaractions

Sent us your dataseTs or Iink 20 e
BI0GRID airectly fom your own

website Or datsbase. Full getalis on
ROW 20 CONTIDNe are avaliadie here

View Our intsraction
statistics

Fina out how many organisms,
orotens, DOBCETONS. 870
Merallions are svalisoie N e

curers rejease of e SOGRD.

X

fe5: | T agBBSRC
&S -, 2 BBSR(

RORAN - @ ENETSY @) reanoun
WP Euwh e

mors partners

tions will o
stafisSos T

Eiwxova 3.17 Apyixi oclioa tyg BioGRID (http://thebiogrid.org/)
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H BioGRID e&ivar mpoofaciun péow Swdiktdoov (http://thebiogrid.org/) evod
dwtifeton og moAAES ekdoaels. H mapovca €kdoon eivar 1 3.1.93 n omoia avalntd ce
39.996 Oonpoocievcelg, 557.934 mPOTEIVIKEG KoL YEVETIKEG OAANAEMOPACELS TOV
ONHavTIKOTEPWV OpYAVIGHOV HoVTEA®V. OAec ot TANpo@opiec mov mapéyovtatl givat
e evBepa mpooPacipleg kat drotifevion Pésm Myewv (downloads) e ToAAéc Hoppég. To
BioGRID mopéyel moAdd epyodeia kol mpdcbeta (plugins) ta omoion GupPdArovyv otnv
amlomoinon eloaymyng oedopdévemv amd ovykekpidévov tomov apyeia (bioGRID
tabfiles) ka1 ewcaywyn ovtdv oto Cytoscape He okomd TNV OMTIKOTOINGN TOV

OedOEVMV OV TTaPEYOVTOL OO TN CLYKEKPILEVN PBdon.

B|OGRID31 home help wiki tools contribute statistics downloads partners aboutus

Gene / Identifier Search

Interaction Summary ALP

Homo sapiens

TRIM69 Mus musculus

4921519C19Rik, Trif, Trimless, Rnf28, RP223-277B16.1
RING finger B-box coiled-coil transcription factor
GO Process: 0 Terms GO Function: 0 Terms GO Component: 0 Terms

EXTERNAL DATABASE LINKOUTS
VEGA | Ensambl | MGI | Entraz Gene | ReTSEQ | GanBank | UniprotKB

Download 3% Associations For This Protein

Current Statistics Publicstion: 1
=gh Throughout Low Ihuastpas
36 (100%) 36 Physical Interactions 0 (0%)
0 (0%) 0 Genetic Interactions 0 (1009%)
Search Filters Customize how your results are displayed. ..
No Filter: Show All Assoclations Q

Switch View: m Sortable Tablke

Displaying 36 total unique interactors

ALDH18A1 | PYCS, GSAS, PSCS 1 2

pyrmoline-5-carboxylate synthetas= (glulamats gamma-semisidehyde synthetass) [cetaiis)
Organism: Homo sapi=ns

GPRCS5A | RAI3, GPCRSA, RAIG1 1
G protein-coupled reczptor, family C, group 5, member A
Nemanidm: Home camane

Eixova 3.18 Acdollévo mov PUmopodle va avakxtioovlle omo v avalithon tov yovioiiov
ALP. ITio ovykexpipévo to. dedoléva apopody TEPIYPOPES YOVIOIWYV Kal YOVIOIOK®OV
Aerrovpyicdrv, ayoliacods axd tyyv Gene Ontology, oratiotikd aroteléolota pvoikdY Kal
YEVETIKAV OAANAETIOPCGEWY, XPNTH PIATPWV TOV ETMTPETOVY GTO YPHOTH THV TPOTAPUOYN
Kal THV OTEIKOVIOH TV OTOTEAEOUATOV KaOWS Kol TANPOPopies Tov apopodv v Kabe

arnleniopaon (http://thebiogrid.org/).
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3.6 Cytoscape

To Cytoscape (www.cytoscape.org) eivatr éva mtpdypapa BlomAnpo@opikng o
omoio odtatifetonr HEG® SodIKTOOV KOl YPNGULOTOIEITOL OTNV  OMTIKOTOINCT TOV
Hoplok®Vv OAANAETIOPACE®Y, SIKTOOV Kol HOPlaK®V HOVOTATIOV EVA  TOPEAANAQ
EVOOUATOVEL GYOMOCHOVG Kot TOAAEC GAAeG TANPoQopiec ota  diKTLO OV

dnpovpyovvran (Ew.3.19).

Cytoscape

Cptcucce Ao Upen Scurce Metomm for Comples Metwork SAesipes wad Viesshawtog

Netvork Dats infegration,
Anasiysis, and Visualization in
a2 Box

CytTacEDe 3 A Soet 30U ce B lawre
Patfom for Viausizng OO nebwars
= rtagrEng (hane wEn =y Lpe o
wirbiecEs A S T ouges e
woniatie ' varous kncs of proem
comam. NoUSng Dorformatics. sooe
PSR STEEE ST DETEONC et

wniosd
Cytoscaps Now

L=am Morz

NRNE and Crlosozpe What Can You Do With Cytoscape?

‘ l Cytoscape i5 usad by s0cia
¥ sclamtises to:

rirocsson = the Naons Resource o

o Vizuaiize and anahyze large
social natworks of
merearsonal reationshids

- e T3,

Azzambie 00181 Natworks
How o Clls Cytosoape from tadies and forms

CySoscepe project needs your ~or ab Dy variety of

support Please che eiter of e - e
10BOWIng DEDATS When yOu Use .
Crostape In your pUolications.

WO 15 vary Imporiant 10 Sustain

"er Saniacal Sriion

Eixova 3.19 Apyixij oelido tov Cytoscape (www.cytoscape.org).

To Cytoscap ypnoiedel otnv cOVOETN avAAVOT KOl OTTIKOTOINGT] TV SIKTOMV.
Emmdéov yapoktnpiotikd/Aettovpyiec eivor dwbéoipa og mpocheta (plugins). Ta
plugins eivot d100éotpla yior LOPLokég Kot SIKTVOKEG OVOADGELS, VEES d1aThEELS, EmmAEOV
VRTOGTAPIEN JPOP®V Hopedv opyeimv, kabhg kot cuvdéoelc He GAheg Paocelg
dedopévov. Ta plugins pmopei va dnpovpynBodv amd 0molovonmote YPHOTN TOL

GLYKEKPIUEVOL TPOYPAMHATOG, ded0HEVOL OTL TO AOYIGHIKO TOV glval YpaUpévo og Java

62

Institutional Repository - Library & Information Centre - University of Thessaly
21/05/2024 16:43:02 EEST - 13.58.97.126



eved elvar elevbepo dwbéoila oto dwadiktvo. To Cytoscape pmopel va cvvoebel
angvbeiog He eEmtepkés Phoelg dedopévev Kol va €16AYEL TOAAEG TANPOPOPIES Kot
GYOAMAGHOVG TOV aPopovV dedopéva dktHov. TTapdrinia divetar n duvatdHTNTO GTOVG
YPNOTES V. Tpocappolovy Ta dedopéva Tovg ypnotlonotdvtag wyvpd Visual Styles,
divetar  dSuvartdtra Siktdwv og 6o dnotdoelg (Ewk.3.20) evd vapyet Kot o Heydan

oMo adlyopiBumv dtdtang my, KUKAIKY, dtdTaén 04vopou Kok.

Ewxova 3.20 Aidraln dedopévav ae dvo diaotaoels Ue  xpHon tov mpoypallarog Cytoscape

(www.cytoscape.org)

Emuméov, pmopel va gpoplootel Z0Om in kot OUt 6To SiKTLO, EVEO TOPATPELTOL EVKOAN
mlonynon kot o€ HeydAa diktva (>100.000 wkoépPovg) He T Ponbelor evog TOAD
amoteAecaTiKOD  TpoyplpHatog amodoons.  Télogm apéxet v duvoTdTnT
QUALTPOPIGHLOTOG TOL SIKTVOV TPOKELEVOL VO ETIAEYOVV VITOGHVOAL TV KOUBmV f/kat

TOV aAANAETIOpdcemv Ue BAon T TPOSPATO dEQOUEVO OG.

3.7 OMIM (Online Mendelian Inheritance in Man)

H OMIM (http://www.ncbi.nlm.nih.gov/omim) givor pior oAokAnpopévn, Kot
gyxvpn Paon odedopévov (Ew. 3.21) mov kotaypdeel OAeg TG YVOOTEG MEVTEMKEC
dlTapayég Kol VOoNHOTO GTOV GvOPOTO KOl TIG YEVETIKEG GUVICTMOGES OLTAOV.
[TepthapPaver emiong mepiocdtepa and 12.000 yovidio mov eUmAEKOVTAL G OVTEG EVED
EMMTAEOV  EMIKEVIPOVETOL OTIG o)Ecelg Metald @owvotumov kot yovotvmov. H
ovykekpilévn Bdom evnuepdvetal Kabnpeptvd Kot o1 KaToy®pnoels TEPLEYOLV ApBoveg

OLVOEGELC UE BALEG TTNYEC YEVETIKNG,.
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AoV avalnmoovpe Hio acBéveir 1 OMIM Hog divel moArég mAnpoopieg dmwg Ta
KMvikd  yvopicpoata ¢  acBévelng, T yaptoypdonon Tov  yovidiov, TNV

KAnpovopotnta ¢ acbévelag, v emdnporoyia, v maboyévela k.o. (Ew.3.21-

3.22).
= e oMM
- NCBI Online Mendelian Inheritance in Man u::::::::y

All Databases PubMed Nucleotide Protein Genome Structure PMC OMIM

Search OMIM v for PKU Save Search

[ Limits | Previewindex | History | Clipboard | Details

Display  Titles v Show 20 v Sendto ~

("All: 14 | OMIM UniSTS: 2 | OMIM dbSNP: 5 %]

Items 1 - 14 of 14 One page.

[F11:£261600. PHENYLKETONURIA: PKU GeneTests, Links
HYPERPHENYLALANINEMIA, NON-PKU MILD, INCLUDED
Gene map locus 12g24.1

[[12:*612349. PHENYLALANINE HYDROXYLASE:; PAH GeneTests, Links
Gene map locus 12q24.1

[[13:*608439. TOUSLED-LIKE KINASE 2: TLK2 Links

[714:*608438. TOUSLED-LIKE KINASE 1: TLK1 Links

[[15:#261630. HYPERPHENYLALANINEMIA, BH4-DEFICIENT, C: HPABHAC GeneTests, Links
Gene map locus 4p15.31

[[16:#261640. HYPERPHENYLALANINEMIA, BH4-DEFICIENT. A; HPABH4A GeneTests, Links

HYPERPHENYLALANINEMIA, BH4-DEFICIENT, DUE TO PARTIAL PTS DEFICIENCY, INCLUDED
Gene map locus 11g22.3-g23.3

[F17.472201n UVDTDNUTATVT AT ANTTNTEAMTA DA MNCTTATONTT D- UM ADLIAD AnmaTanba 1inbn

Eixova 3.21 Avalijtnon dedolévarv ard tqy OMIM (http://www.ncbi.nlm.nih.gov/omim).

#261600 o
PHENYLKETONURIA; PKU

Alternative titles; symbols

PHENYLALANINE HYDROXYLASE DEFICIENCY
PAH DEFICIENCY

OLIGOPHRENIA PHENYLPYRUVICA

FOLLING DISEASE

Other entities represented in this entry:
HYPERPHENYLALANINEMIA, NON-PKU MILD, INCLUDED

HPA, NON-PKU MILD, INCLUDED
PHENYLKETONURIA, MATERNAL, INCLUDED

Phenotype Gene Relationships

Location Phenotype Phenotype Gene/Locus Gene/Locus

MIM number MIM number
Phenylketonuria 261600 PAH 612349
[Hyperphenylalaninemia, non-PKU mild] PAH 612349

Clinical Synopsis

Eixova 3.22 Avalijtnon dedolévarv ard tny OMIM (http://www.ncbi.nlm.nih.gov/omim).

To ovykekpylévo project Eexivnoe otig apyéc ¢ dekaetiog Tov 1960 kot givan

nAéov dabéoilo ofpepa w¢ Piprio otn 12" ékdoon tov. H online éxdoon g OMIM
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elvan S100éo1un amd o 1987. Oheg avtég o1 mAnpopopieg mov gival KoTaympnéves otnv
OMIM éyovv cvireyel kau ene&epyaotei amd tov Dr. ‘Victor A. McKusick” oto Johns
Hopkins University evd ftav onuovtikn ) forfsio Hiog HeydAng opadog EmeTnOVIKOY

GLYYPAPEDV KO EKOOTAOV.

Ye kabe acBéveln kol yoviolo aviiotowyel €vag egaynerog aptBpoc, émov to
apykd yMeio VTOOMADVEL TOV TPOTO KANPOVOUNGNG. AV 0 apykdg aptBpdg etvon -1-,
onMaiver 6Tt 10 GLYKEKPIUEVO YOVidlo KAnpovoleitatl He avTOcOUIKO ETKPATH TPOTO,
av givor -2- He avutoocwpikd vroiemdpevo, av -3- e X -cuvoedepévo. Emiongo
aotepiokog (*) Tpv 10 VoOEPO VITOSNADVEL OTL O TPOTOG KANPOVOUNONG EIVOL YVOGTOG
evd M odleon (#) O6tL mOAD mOAVOTNTOL O  PAVOTLTTOG TNG VOGOV OQPEIAETOL GE i

HeTdALOEN £VOG, dVO 1) TEPLGGOTEPMV YOVISIMV.

3.8 GeneCards

H GeneCards (http://www.genecards.org/) eivar Hic oloxAnpopévn Paon
dedopévev 1 omoia mEPAApPAvEL TOAAEG TANPOPOpPiEG OV aPOPOVV Yovidw, OT®G
TANPOPOpieg YeEVOHIKOD, HeTaypoa@kod Kot TPOTEOHWKOD evdtapépovioc. Emumiéov
neplhapfdver dedopéva mov apopodv 0pBOAoYEG GYETELS YOVIdI®WV, TOAVUOPPIGHOVG,
SNPs, mAnpogopieg mov a@opovV TNV YoVIdloKn £KEPOCT, KAODS Kot T GLUGYETION
yovidiov He acBéveieg. H GeneCards emiong mopéyel 6tov ¥pnotn TANPOPOPIES TOV
a@opov exTdHg amd TpmTEiveg, yevdoyovioln, RNA yovidia kot cuumAéypata yovidiov
(Ewc.3.23).
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b I\QS’\)\ I\D:] admsnon-of

i ) = with p
WEIZMANN INSTITUTE OF SCIENCE @ \

Free for academic non-profit institutions. ALL other users need 2 commerdial license from LifeMap Sciences, Inc.

et Analyses: ExportList  (GERSALEORD

keyword(s) v pearson disease ch Advanced Search

earch Results Sorted by Relevance Score

'+ Symbol &+ Description Category =+  GIFtS o+ GCid Score & w

1 +! GBA glucosidase, beta, acid protein-coding 72 GC01M155204 1.06
2 + NOD2 nucleotide-binding olig ization domain containing 2 protein-coding 59 GC16P050731 0.87
3 - STH saitohin protein-coding 39 GC17P044076 0.80
Disorders (3): alzheimers disease ' neurodegenerative diseases ' parkinson disease
Publications (5/17): Saitohin, which is... neurodegenerative diseases , interacts with... peroxiredoxin 6; Gao L. 2005

No evidence for an... Alzheimer's disease; Cook L. 2002

TAU haplotype and... Tau in Alzheimer's disease and are not... Parkinson's disease; Johansson A. 2005

The Saitohin 'Q7R.. Alzheimer disease and Parkinson’s disease cohorts; Clark L.N. 2003

WMolecular evolution... Alzheimer's disease and argyrophilic... grain disease; Conrad C. 2004
4 APOE apolipoprotein E protein-coding 68 GC19P045408 0.69
5 NDP Norrie disease (pseudoglioma) protein-coding 60 GCOXM043808 0.68

Eiwxova 3.23 EEopoln minpogpopicdrv Ye t xprion e GeneCards (http://www.genecards.org/).
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KEPAAAIO 4

AINIOTEAEXMATA - XYZHTHXH

O1 faoixéc oladec yovidiwy mov PedetnBnkay.

Ymv mapovca  epyocio (6nwg avapépdnke Kol o€ TPONYOVHEVO KEPAANLO)
HelethOnkov téooepilg KOpleg o Ladec yovidiov. [ va dtevkoAvvOel 1 cuyypagn TtV
AmOTEAEGUATOV, XPNOIHOTOONKAY GUVTOUEVGELS Y10 OVTEG TIC TEGOEPLG OPadeg (Mt_mt

genes, mt_genes, nuc_genes, mt_mt interactors). Zvyxekpipéva

e mt_mt genes: Ta yovidie mov KmdKomolovvtal 610 Hitoyovdpiokd DNA(kot
KOOKOTOL0VV TPMTEIVEG )

* mt_genes: T'ovidia TOPNVIKNG TPOEAEVCEMG TOL EUTAEKOVTOL OTN doUn /Kot
Aertovpyioe Tov Hitoyovdpiov, cvopeova He ™ Tovidwokry Ovtodoyio (Gene
Ontology).

* nuc_genes: I'ovidia mopnvikng tpoeievcemg mtov AEN @aivovtot va gpmAékovtal
otV dopn N/kar Aettovpyia Tov Hitoxovdpiov, e Baorn ) Fovidiakr OvtoAoyia
(Gene Ontology).

* mt_mt_interactors: T'ovidio mwopnvikng npoekevcewc mov He Paon v BioGrid
aAANAETIOpOVV Gplesa Pe kamoto/o amd To mt_mt_genes.

Ta Bacikd 6Tad10 TNG HeAETNG NTOV:

* Noa Bpebodv 1o avBpomvo yovidwe yioo v kébe Hio amd TG TopOUTAVE
Katnyopieg, e ™ Pondeta tng yovidlakng ovtoroyiag.

* No Ppebodv o mpwteivelkés OAANAETIOPACELS TOV TOPATAVOV AVOPOTIVOV
yovidiov omd v BioGrid.

e Noa PpeBodv mowd oavOpdmiva yovidwe eUmAékovior oe acBéveleg amd v
GeneCards.

*  Noa Bpebovv ta opBoroya TV Topamdve avOpOTIVEOV YoVISiov o TEVTE GAAY
Onlaoctikd, amd v Ensembl, pe t yprion tov Biomart, kabobg emiong va
e€aybobv ou TéG Twv AN/AS kot Tov Pabpod cuvtipnong tov opbHoroywv
axoAovbidv (% Identity).
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* No evoopatwBovv 6Aa To Topamdve dedopéva Ue tn Pondeia g YA®ooOg
Tpoypappoticpov Perl kot va yivouv otootiotikég avaivoelg e t fondeta tng
YAOOGoOG TPOYPopaTicHol R.

Apywd pet m Ponbewn tng gene ontology (http://www.geneontology.org),
(Ew.4.1) xotefacape and to annotation details and downloads ta gene ontology terms

(6povg yovidlokng ovToAoyiaGg) mov apopolv OreG TIc avOpomiveg mpmteives. (Ewc.4.2).

et search [ ]
= the Gene On tOlOgy gene or protein name v
Downloads Tools Documentation Projects About Contact
Welcome to the Gene Ontology website!
The Gene Ontology project is a major bioinformatics initiative with the aim of standardizing the representation of gene and Quick Links
gene product attributes across species and databases. The project provides a controlled vocabulary of terms for describing Tools
gene product characteristics and gene product annotation data from GO Consortium members, as well as tools to access AmiGO browser A
and process this data. Read more about the Gene Ontology. 0BO-Edit ontology editor
Ontology downloads
Search the Gene Ontology Database
Database downloads
Documentation
Search for genes, proteins or GO terms using AmiGO: GO FAQ
&
GO on SourceForge
[
Contact GO
@ gene or protein name  © GO term or ID
News
GO on Twitter 1t
AmiGO s the official GO browser and search engine. Browse the Gene Ontology with AmiGO . Cardiovascular GO
Annotation Initiative

Newsletter June 12 (8 days
The Gene Ontology project very much encourages input from the community into both the content of the GO and ago) News item

annotation using GO. We are very happy to work with others to ensure that the GO is both complete and accurate, and we

also very much encourage communities to submit GO annotations for inclusion in the GO database. Please contact us. with human phenotype

Open post for collaboration

ontology (51 days ago)

Eiwxova 4.1 Apyixi olido tne Gene Ontology. (http://www.geneontology.org)

README =

Drosophila melanogaster 13440 84535 3/5/2012
FlyBase (69503 non-IEA)
Escherichia coli 3291 10337 5/22/2012
EcoCyc & EcoliHub (9518 non-IEA)
Gallus gallus 16898 97272 6/25/2012
GO Annotations @ EBIL (5809 non-IEA)
Homo sapiens 45259 342483 6/25/2012
GO Annotations @ EBI (172497

non-IEA)
Leishmania major 375 1035 3/15/2012 [22.6 kb]
Sanger GeneDB (1035 non-IEA)
Magnaporthe grisea 11274 27627 3/30/2012 annotations (1] [339.2
PAMGO (27627 non-IEA) kb]

README [/

Mus musculus 25594 279648 6/27/2012 annotations (1| [3.4 mb]
MGI (188130

non-IEA)
Oomycetes 30 126 5/31/2010 annotations [ [2.4 kb]
PAMGO (126 non-IEA) README £
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Ewxova 4.2 Download twv Gene Ontology terms zov apopodv tov dvOpwro ard to annotation

download (http://www.geneontology.org).

Katefaoape Aomdv 10 cvykekpidévo apyeio to Barope o’ €va excel kot éva
Hukpd vITOOEY O TOV TANPOPOPLOY TOV OVOKTCOHUE PUIVETOL GTOV TOPOUKAT® VoK

(MTw.1).

DB GO DB:Refern Eviden DBObje Assigned By
Objec Id ce ce ct Name

t Code

Symb

ol

PC . PMID:167 Pyruvate PYC_H  protein
29965 carboxyl UMAN|
ase, PC|IPIO
mitocho 0299402
ndrial |Q16705

WX™O0 = T—5>5C

GO_REF:0 IEA DNA XRCC1 protein UniPro
000002 Repair _HUMA
Protein N|XRC
XRCC1 C1JIPI00
002564
Q61BS4|
Q9HCB
1

u
n
i
P
r
0
t
K
B

GO_REF:0 IEA Cyclin G5E954  protein InterPro
000002 C, _HUMA
isoform  N|hCG_
CRA_c 1757197
|CCNC

WX™O0 = T—>C

PMID:180 IDA Isocitrat IDHP_H protein
29348 e UMAN(]I

dehydro  DH2|IPI

genase 0001110

[NADP] 7|B2R6

, L6|Q96

mitocho  GT3

ndrial

WX™O0=T—>C

69

Institutional Repository - Library & Information Centre - University of Thessaly
21/05/2024 16:43:02 EEST - 13.58.97.126



PMID:180 IDA Elongati EFTU_  protein
29348 on factor HUMA
Tu, N|TUF
mitocho  M|IP100
ndrial 027107|
015276

PMID:121 IC ATP ATP5J_ protein
10673 synthase HUMA
- N|ATP5
coupling JJATP5
factor 6, AJATP
mitocho  M|IP100
ndrial 002521

Iivaxacs 1. ITivokag evociktikadv omotedeclldrwv Pe ™ Ponbeia e gene ontology. H mpaty
oAy avagépetar oty fdon dedolévav omov Exer oviinlel to Povadiké avayvopiotiko 1d g
0evTEPNS oTNANG. TNV emolevn oAy avaypagpetor o ovlforiglos Tov yovidiov. Xty tétopty
oAy yivetor avapopd. tov avoyvaplotikod GO Id kot oty ovvéyeia mopotnpeitor n Povadixi
TR amd v omoio Exer aviinlel to avayvwpiotiké GO Id. Zyv éktny oAy meprypdpoviar o
pébodor avalvons omov mponibav to. ovykekpiéva yovidroka mpoiovia. H EfdoUn otnin Jag divet
TANpoOQYOpiec oyeTikG & OPOVS TOL OVTUITPOCOTEDOVY 10LOTHTES YOVIOIOK®DV TPOIOVIWY KOl
Aerrovpyicorv, wy to P (biological process) avapépetor oe Proloyikéc Aertovpyieg, to C (cellular
component) ota kvttapika diapepiolata dmov mapatnpeitar to Pioldpio ke o F (molecular
function) oe Hopiaxés lsitovpyics avtod. Xtnv emdlevn otiin avaypipetor to Vol Tov Yovidiov
7 TOD YOVIOIOKOD TPOIOVIOS KOl OTH GOVEXEID TOPaTHpEitol o ovfoliollog tov yovidiov Kol
oVVAOVO 00TOV. XTH déKOTH OTHAN TOIPVOVUE TANPOPOPIES TYETIKA & TO €I00C TOV YOVIOIOKOD
npoiovtog (ot ovYKEKPIUEV Epyacio 0.oXOAODNAOTE MOV e TPWTEIVES) KAl 0TV EVOEKATH OTHAN
OVAYPAPETOL TO AVAYVWPIOTIKO THS TALIVOUNoNS. 2Ty dwdékatn atnin avapépetol i nilepolnvio.
Omov Eyve 0 GYoMaoOg KAl otV TEASVTALO. OTHAN QVOYpapeTal ] LAch O0E0OUEV@Y OOV Eyel

KQVEL QUTOV TOV GY0AaTlo.

AvoxtiOnkav 357.891 GO descriptions yioa 6ia to avBpdmva yovidwa. ‘Eva yovidio

Hmopet va. £xel mepiocotepa Tov evog GO descriptions.
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Ev ovveyela, pe ™ Pondewa g perl ko pe ™ ypnon tov Regular Expressions
ypayape éva kodwka (perl script) pe oxomd v avaktnon Hoévo to GO Ids mov éyovv
oyéon HUe ta pitoyovopia. ‘Etotr Aowdv mpape Hio Alota pe 289 povadika GO Ids mov

oyetilovtan Pe to Hitoxdvopro. 'Eva Hikpd mapddetypla SiveTor 6TV TopoKIT® KOV

(Ew 4.3)

GO ID NUMBERDESCRIPTION OF FUNCTION ASPECT
G0:0000001 mitochondrion inheritance P
50:0000002 mitochondrial genome maintenance P
50:0000066 mitochondrial ornithine transport P
50:0000262 mitochondrial chromosome C
G0:0000266 mitochondrial fission P
50:0000274 mitochondrial proton-transporting ATP synthase, stator stalk C
50:0000275 mitochondrial proton-transporting ATP synthase complex, catalytic core F(1) C
50:0000276 mitochondrial proton-transporting ATP synthase complex, coupling factor F(o) C
G0:0000422 mitochondrion degradation P
50:0000957 mitochondrial RNA catabolic process P
50:0000958 mitochondrial mRNA catabolic process P
50:0000959 mitochondrial RNA metabolic process P
50:0000960 regulation of mitochondrial RNA catabolic process P
50:0000961 negative regulation of mitochondrial RNA catabolic process P
50:0000962 positive regulation of mitochondrial RNA catabolic process P
50:0000963 mitochondrial RNA processing P
G0:0000964 mitochondrial RNA 5'-end processing P
50:0000965 mitochondrial RNA 3'-end processing P
50:0000997 mitochondrial RNA polymerase core promoter sequence-specific DNA binding F
50:0001001 mitochondrial single-subunit type RNA polymerase bindingF
G0:0001018 mitochondrial RNA polymerase regulatory region DNA binding F
50:0001044 mitochondrial RNA polymerase regulatory region sequence-specific DNA binding F
aN-NNN1NAER mitnrhandrial DMA nahmaraca rara nramantar nravimal raninn camianca enacifie NNA hindina =

Eiwxova 4.3. Aiota Povadikav Go 1ds wov éyovv ayéon P& ta Witoydvopio otov dvBpwmo. Ztnv
mpwn otiAn paivetar to GO 1d avayvwpioticd, oty debtepn mepiypdpetor n Aeitovpyio oty omwoio.
sUmléreton to ovykexpiévo |d number kou oty Tpitn otiiy yivetor avapopd tov toléa omov

slmléxetan To ovykexpipévo GO Id.

Koatomv pe ) Ponbewa tng Biomart ko pe ) ypnon tov mopomdve 289
Hovadikav Hrtoyovoplakdv GO Ids avokticape OAa ta avOpdmiva yovidla mwov
oyetiCovral e to Hitoyxovopla kot cvykekpipévo eEopv&ape ta. Ensembl Gene Ids,
Ensembl Transcript 1ds kabmg ko T Ensembl Protein Ids. Bpébnkav cuvolwkd 4.237
Hitoxovopraxd Ensembl Transcript Ids. Xt ocvvéxewr pe ™ ypnon g Biomart
Katefdoope Kot TIg akoAovbieg avtdv TV HeToypdemv kot He ™ Bondewn twv Perl
scripts euitpapape Kot mRpope HOVO To. LEYOADTEPO HETAYPOPO OVTAOV TOV YOVIOI®V.
‘Etot Aowmdv Bpébnkav cvuvorkd 1702 Ensembl Gene Ids (yovidia) (kat ta peyodvtepa
HETAYpO@O TOVC) TTOL GyeTiCovTal Pe Ta pitoyovopla atov avBpmmo. [Mapakdtm eaivetot

AVOALTIKA OAN 1 Stadikacion Tov £YEL TEPLYPAPEL TLO TAV®.
H Pbon oJedopéveov mov ypnOOTOIOVHE TPOKEEVOL VO OVTAT|COVLE
mnpoopieg eivar n Ensembl (Ewc.4.4)
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E\Ensembl (Genome Browser |k

Login - Register

BLAST/BLAT | BioMatt | Tools | Downloads | Help & Documentation | Blog | Mimors @~ Search all species

Search: Al species v for B New to Ensembl?

i Did you know...?
e.g. BRCAZ or rat X:100000..200000 or coronary heart disease

Did you know you can

ENCRR Ifyou want to leam more
2 Learn how to use Ensembl e about using the browser
with our video tutorials and walk-throughs I host a workshop!
Browse a Genome
€% Add custom tracks
The Ensembl project produces genome databases for vertebrates and other eukaryotic species, and makes this information using our new Control Panel g
freely available online
€% Upload and analyse your data
Popular genomes and save it to your Ensembl account
e Luman Mouse ¢ Search for a DNA or protein sequence
I [— ‘ e using BLAST or BLAT

¢l Fetch only the data you want

from our public database, using the Perl AP

% Zebrafish
v

(Login to customize this list)

2 Download our databases via FTP
in FASTA, MySQL and other formats

€2 Mine Ensembl with BioMart

All genomes and export sequences or tables in text, html, or Excel format =
~Selecta species - v Still got questions? Try our FAQs or glossary

View full list of all Ensembl species

What's New in Release 68 (July 2012)

Other species are available in Ensembl Pre/ and EnsemblGenomes

Eiwxova 4.4 Apyixij oehida e faong dedopévwv Ensembl Genome Browser.

1N ovvéyeln Kavoulle KAk otn Biomart mov 6mmg £yovple o1 ovapépel amoterel Eva
gpyoreio €EOPLENG YOVIOL®V, OKOAOVOI®V KOl TOAADV GAADV TANPOEOPLOV Kot
emAéyovpe ot Database to Ensembl Genes 68 kot ot Dataset to nedio mov avapépete
otov GvBpwmo (Homo Sapiens Genes), dedopévov 6Tt avalntolpe avOpdmiva yovidio
(Ew.4.5)
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BLAST/BLAT | BioMart | Tools | Downloads | Help & Documentation | Blog | Mirrors

[5 tev | @ Coun | B Routs

Dataset

Homo sapiens genes
(GRCh37 p8)

Filters
[None selected]
Attributes

Ensembl Gene ID
Ensembl Transcript ID

Dataset
None Selected]

Ensembl Genes 68 -
iHomo sapiens genes (GRCh37.p8) -]
- CHOOSE DATASET - -

Danio rerio genes (Zv9)

Gallus iallus i enes iWASHUCZZ.

Homo sapiens genes (GRCh37.p8 =
Mus musculus genes (GRCm38)

Rattus norvegicus genes (RGSC3.4)

Ailuropoda melanoleuca genes (ailMel1)
Anolis carolinensis genes (AnoCar2.0)

Bos taurus genes (UMD3.1)
Caenorhabditis elegans genes (WBcel215)
Callithrix jacchus genes (callac3)

Canis familiaris genes (CanFam3.1)

Cavia porcellus genes (cavPor3)
Choloepus hoffmanni genes (choHof1)
Ciona intestinalis genes (KH)

Ciona savignyi genes (CSAV2.0)

Dasypus novemcinctus genes (dasNov2)
Dipodomys ordii genes (dipOrd1)
Drosophila melanogaster genes (BDGP5) <

Eixova 4.5 Avalijtnon dedopévawv oty Biomart e w fornbsio twv piltpwv.

¥t ovvéyela amo ta filters pog avoiyel éva medio Pe ) Pforbeto Tov omoiov gpelg

Hmopove va opicovple Tt axpifng OEhove va avalnthoovpe (Euc.4.6)

] http//www.ense...aeedTbS5ed0ef5d | +

BLAST/BLAT | BioMart | Tools | Downloads | Help & Documentation | Blog | Mirors

[ ow | @ Count |  Resus
Dataset Please restrict your query using criteria below
Homo sapiens genes REGION:
(GRCh37.p8)
Filters GENE:
[None selected] TRANSCRIPT EVENT:
LTI GENE ONTOLOGY:
Ensembl Gene ID EXPRESSION:

Ensembl Transcript ID

Dataset
[None Selected]

MULTI SPECIES COMPARISONS:
PROTEIN DOMAINS:
VARIATION:

Eixova 4.6 Avalijtnon dedolévwv oty Biomart e ) fonbeia tov piltpov.

Agdopévov 0Tt BEAovHe va ovalntoovpe yovidla emAEyovle TO mESI0 TTOL

aVOPEPETE OTO YOVIOlN KOl GLYKEKPIHEVA epdoov BELoLUE va eEopvEovpe dedopéva

ypnolomotdvtag ta 289 Hovadikd prtoyovoplakd GO Ids emiéyovpe and ) Aiota OtTL

0éAovpe va avtAncovple dedopéva omd to GO Ids. (Ewk.4.7)

73

Institutional Repository - Library & Information Centre - University of Thessaly
21/05/2024 16:43:02 EEST - 13.58.97.126



) btp://www.ense..aeedTbS5ed0ef5d |

BLASTIBLAT | BioMatt | Tools | Downloads | Help & Documentation | Blog | Mirors &) Search all species

Dataset Please restrict your query using criteria below
Homo sapiens genes REGION:
(GRCh3T p8)
Filters BGENE:
G0 Tem Accession[e . [ Limitto genes ... with luming HumanWG 6 v1 probe ID(s) v ©0nly
60:0050789): [D-Istspecfed O Bxcluded
Ensembl Gene ID(s) [e.0. f .
) 1D lst imi Ensembl Gene ID[s) e.g. ENSGO00001396 18] v
ENSGOO000TaEtg Dt | Pt e g S L
specified] Codelink probe ID(s) [e.g. GES50734]
; EMBLID(S) e.g.D87018]
Attrbutes Ensemblio LRG ik gene Ds e ENSGUN0NOT0GEZ]
Erert Gene 0 Evo 5 ko s EVSLTH
il nsemolto Nk transiation Us [e.g.
EnsermblTranscrpt D EntezGene IDis e 10087163 :
GO Tem Accession(s) [e.g. G0:000551
= _ GOSlim GOA Accessions(s) [e.g. GO:0005623]
Dataset < Transcript count>= HGNG IDg)e.9. 43668
HGNC symbol(s) [e.g. ZFY]
INone Selected] £ Gene type {lumina HumanWG 6 V1 probe ID(s) [e.g. 0000940471)
Illumina HumanWG 6 V2 probe D(s) [e.g. ILMN_1748162)
Illumina HumanWG 6 v3 probe ID(s) [e.g. LMN_2103362)
llumina Human HT 12 probe D(s) [e.g. ILMN_1672925]

Eiwxova 4.7 Avalijtnon dedopévawv oty Biomart pe t fonbsio twv piltpwv.

‘Enetta eicayope to 289 GO Ids oto cvykekpilévo medio Kot 6T GLVEXELD OO
ta attributes emléyovpe ta Ensembl Protein Ids kot to medio mov avapépetar ot

Description mpokelévou va. Hog ta avaptioet oto anotedécparto (Euc.4.8-4.9)

) bttp/wonse. aeetTogSedtef5d | -

BLASTIBLAT | BioMatt | Tools | Downloads | Help & Documentation | Blog | Mirors @)~ Search all species

2w [ o [ ]

Dataset Please restrict your query using criteria below
Homo sapiens genes REGION:
(GRCH3T.p8)
Fiters BOENE.
GO Term Accession(s) [e.0. I Limitto genes with lumina HumanWG 6 v1 probe IDJs) v 00nly
60:0005515]: ID-list specified] OBxcluded
Attributes 91D lst imit GO Term Accession(s) [e.g. GO:0008515] v
Ensembl Gene 1D 60:0000001 R
Ensembl Transcript ID 60:0000002 -
£0:0000066
60:0000262
Dataset (60:0000266 v
[None Selected]
[ Transcript count >=
[ Genetype 3prime_overlapping_ncma 4
antisense
1G_C_gene
G_C_pseudogene

Eixova 4.8 Avalijtnon dedolévwv oty Biomart e ) fonbeia tov piltpov.
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) httpi//www.ense...aeedTb55ed0ef5d | +

BLAST/BLAT | BioMart | Tools | Downloads | Help & Documentation | Blog | Mirrors

[ tow ] 8 Count | B Rowis |
Please select columns to be included in the output and hit 'Results’ when ready
Dataset
t-lomo sapiens genes © Features © Homologs
‘GRCh37.p8) O Structures © Variation
Filters © Transcript Event © Sequences

GO Term Accession(s) [e.g. )
60:0005515]: ID-ist specified]| & CENE:

Attributes Ensembl

[¥/Ensembl Gene ID [CAssociated Gene Name
Ensembl Gene ID [7] Ensembl Transcript ID [ Associated Transcript Name
Ensembl TranscriptID [@ Ensembl Protein ID | Associated Gene DB
Ensembl Protein ID [F1Ensembl Exon ID [[Associated Transcript DB
Description [¥ Description [ Transcript count
-~ | [JChromosome Name [71% GC content
[)Gene Start (bp) [lGene Biotype
Dataset 1Gene End (bp) [ Transcript Biotype
[None Selected] [ Strand [[1Source
[1Band [[] Status (gene)
[ITranscript Start (bp) [CStatus (transcript)
[[ITranscript End (bp)

Eixova 4.9 Avalijtnon dedopévawv oty Biomart pe w fonbsio twv piltpwv.

¥t ovvéyeln totape ta Results mpokellévov va mapovpe to amoteAécilata, To

omoia &yovv Vv mapakato popen (Ewk.4.10-4.11).

) htpinww.ense.aeedToS5ed0ef5d | -

BLAST/BLAT | BioMatt | Tools | Downloads | Help & Documentation | Blog | Mirrors

9 o

Dataset Export allresutsto Fie v TSV~ [ Unique resuits only
Homo sapiens genes Email nofficationto
(GRCH3T pg)

Fitters View rowsas HTML + @ Unique results only

GO Term Accession(s) [e.0. - 10
(00005515 ID-ist specifed] Ensembl Gene ID | Ensembl Transcript ID | Ensemb 9

D | Description

. ENSG00000025708 | ENST00000395680  [ENSP0050  B7 | thymidine phosphorylase [Source:HGNC Symbol:Acc:3148]
Attributes ENSGO0000025708 | ENSTO000252023 | ENSPO0 100 b9 | thymicdine phosphonlase [Source:HGNC SymbolAcc:3143]
Ensembl Gene ID ENSGO0000025708 | ENSTO0000395678 | ENSP00 150 b6 | thymidine phosphoryase [Source:HONC SymbolAcc:3143]
Ensembl Transcript ID ENSG00000068305 | ENST00000560493 mw myocyte enhancer factor 2A [Source:HGNC Symbol;Acc:6993]
Ensembl Protein ID ENSG00000068305 | ENST00000354410 | ENSPO0TUTS70369 | myocyte enhancer factor 2A [Source:HGNC SymbolAcc:6993]
Description ENSG00000068305 | ENST00000558812 | ENSP00000454120 | myocyte enhancer factor 2A [Source:HGNC Symbol;Acc:6993]

™

ENSG00000068305 | ENST00000557785 | ENSP00000453441 | myocyte enhancer factor 2A [Source:HGNC Symbol;Acc:6993]
ENSG00000068305 | ENST00000558049 | ENSP00000454023 | myocyte enhancer factor 2A [Source:HGNC Symbol;Acc:6993]
Dataset ENSG00000068305 | ENST00000557942 ENSP00000453095 | myocyte enhancer factor 2A [Source:HGNC SymbalAcc:6993]
[None Selected] ENSG00000068305 | ENST00000559903 | ENSP00000452989 | myocyte enhancer factor 2A [Source:HGNC Symbol;Acc:6993]

Eiwxova 4.10 Avalijtnon dedolévarv oty Biomart [e w fonbeio twv piltpwv. Apyixd maipvovlle

¢ 10 mpcdteg ypopés. Mropodle dpwe av emidélovle to all va wapovpe éla o aroteléopazo.

75

Institutional Repository - Library & Information Centre - University of Thessaly
21/05/2024 16:43:02 EEST - 13.58.97.126



) http://www.ense...aeed7bS5ed0efSd > | &) hitp://www.ens...ced7b55e40ef5d x | + |

Ensembl Gene ID Ensembl Transcript ID Ensembl Protein ID

ENSG00000025708 ENST00000395680 ENSP00000379037 thymidine phosphorylase [Sourcee HGNC Symbol:Acc:3148]

ENSG00000025708 ENST00000252029 ENSP00000252029 thymidine phosphorylase [Source HGNC Symbol:Acc:3148]

ENSG00000025708 ENST00000395678 ENSP00000379036 thymidine phosphorylase [Sourcee HGNC Symbol:Acc:3148]

ENSG00000068305 ENST00000560493 ENSP00000453478 myocyte enhancer factor 2A [Source: HGNC Symbol;Acc:6993]
ENSG00000068305 ENST00000354410 ENSP00000346389 myocyte enhancer factor 2A [Sourcee HGNC Symbol:Acc:6993]
ENSG00000068305 ENST00000558812 ENSP00000454120 myocyte enhancer factor 2A [SourceeHGNC Symbol:Acc:6993]
ENSG00000068305 ENST00000557785 ENSP00000453441 myocyte enhancer factor 2A [Source:HGNC Symbol:Acc:6993]
ENSG00000068305 ENST00000558049 ENSP00000454023 myocyte enhancer factor 2A [SourceeHGNC Symbol:Acc:6993]
ENSG00000068305 ENST00000557942 ENSP00000453095 myocyte enhancer factor 2A [Sourcee HGNC Symbol:Acc:6993]
ENSG00000068305 ENST00000559903 ENSP00000452989 myocyte enhancer factor 2A [Source:HGNC Symbol:Acc:6993]
ENSG00000068305 ENST00000453228 ENSP00000404110 myocyte enhancer factor 2A [SourceeHGNC Symbol:Acc:6993]
ENSG00000068305 ENST00000338042 ENSP00000337202 myocyte enhancer factor 2A [Sourcee HGNC Symbol:Acc:6993]
ENSG00000081189 ENST00000340208 ENSP00000340874 myocyte enhancer factor 2C [SourceeHGNC Symbol:Acc:6996]
ENSG00000081189 ENST00000424173 ENSP00000389610 myocyte enhancer factor 2C [SourceeHGNC Symbol:Acc:6996]
ENSG00000081189 ENST00000514028 ENSP00000426665 myocyte enhancer factor 2C [SourceeHGNC Symbol:Acc:6996]
ENSG00000081189 ENST00000437473 ENSP00000396219 myocyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996]
ENSG00000081189 ENST00000510942 ENSP00000422390 myocyte enhancer factor 2C [Source:HGNC Symbol;Acc:6996]
ENSG00000081189 ENST00000506554 ENSP00000425636 myocyte enhancer factor 2C [SourceeHGNC Symbol:Acc:6996]
ENSG00000081189 ENST00000508569 ENSP00000423597 myocyte enhancer factor 2C [SourceeHGNC Symbol:Acc:6996]
ENSG00000081189 ENST00000514015 ENSP00000424606 myocyte enhancer factor 2C [Source:HGNC Symbol;Acc:6996]
ENSG00000081189 ENST00000513252 ENSP00000423826 myocyte enhancer factor 2C [SourceeHGNC Symbol:Acc:6996]

Eixova 4.11 Avalijtnon dedopévav oty Biomart Ue w fonbeia twv piltpwv. Avaptnon dlwv twv

omoteAeaUaTV.

Kotomv e€ayovple ta omoteléoplata kot ta amobnkevovpe oe Hopeny excel

(Ew.4.12).
:SEMBL GENE ID | ENSEMBL TRANSCRIPT ID|ENSEMBL PROTEIN ID [DESCRIPTION
:NSG00000115204 |ENST00000233545 ENSP00000233545 MpV/47 mitochondrial inner membrane protein [Source:HGNC Symbol:Acc:7224]
:NSG00000115204 |ENST00000380044 ENSP00000369383 MpV/47 mitochondrial inner membrane protein [Source:HGNC Symbol:Acc:7224]
:NSG00000025708 |ENST00000395680 ENSP00000379037 thymidine phosphorylase [SourceHGNC Symbol:Acc:3148]
:NSG00000025708 |ENST00000252029 ENSP00000252029 thymidine phosphorylase [SourceHGNC SymbolAcc:3148]
:NSG00000025708 |ENST00000395678 ENSP00000379036 thymidine phosphorylase [SourceHGNC SymbolAcc:3148]
:NSG00000081189 |ENST00000340208 ENSP00000340874 myocyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996]
:NSG00000081189  |ENST00000424173 ENSP00000389610 |myocyte enhancer factor 2C [SourceHGNC Symbol:Acc:6996)
:NSG00000081189 |ENST00000514028 ENSP00000426665 |myocyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996)
:NSG00000081189  |ENST00000437473 ENSP00000396219 |myocyte enhancer factor 2C [SourceHGNC Symbol:Acc:6996)
:NSG00000081189 |ENST00000510942 ENSP00000422390 |myocyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996)
:NSG00000081189  |ENST00000506554 ENSP00000425636 |myocyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996]
:NSG00000081189 |ENST00000508569 ENSP00000423597 |myocyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996)
:NSG00000081189  |ENST00000514015 ENSP00000424606 |myocyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996]
:NSG00000081189 |ENST00000513252 ENSP00000423826 |my0cyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996)
:NSG00000081189  |ENST00000506716 ENSP00000423656 |myocyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996]
:NSG00000081189 |ENST00000507984 ENSP00000424331 |my0cyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996)
:NSG00000081189 |ENST00000502983 ENSP00000427163 |myocyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996]
:NSG00000081189  |ENST00000508610 ENSP00000426442 |my0cyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996)
:NSG00000081189 |ENST00000502831 ENSP00000427286 |myocyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996]
:NSG00000081189 |ENST00000503075 ENSP00000426465 |my0cyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996)
:NSG00000081189 |ENST00000509373 ENSP00000427309 |myocyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996]
:NSG00000081189 |ENST00000504921 ENSP00000421925 |my0cyte enhancer factor 2C [Source:HGNC Symbol:Acc:6996)
:NSG00000081189  IENST00000539796 ENSP00000441153 Imvocvte enhancer factor 2G [Source: HGNC SvmbolAcc:6996]

Eixova 4.12 EEopoln amotedeoldrwvy omd ty Biomart ka: arobikevon oe lopei excel.

‘Enerta katePdacaple kot Tig akoAovdie tov mapandve 4.237 HeTayplowv eniong

a6 ™ Biomart ko mpaple v topokdto swova (Euc.4.13-4.14-4.15)
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) htp/www.ense. SB223T633634581 |

BLAST/BLAT | BioMart | Tools | Downloads | Help & Documentation | Blog | Mirors

[t [8 o [ B e

Dataset Please select columns to be included in the output and hit 'Results’ when ready
Homo sapiens genes ) Features 2 Homologs
(GRCW'DS) ) Structures ) Variation
Filters ) Transcript Event © Sequences
GO Term Accession(s) [e.. )
60:0005515]:[D-istspecied]| & SEQUENCES:
Attributes Sequences (max 1)
Protein I' '''' m/\D/\m """ 4
Ensembl Gene ID 120 W S | [
Ensembl Transcript ID
© Unspliced (Transcript) O5'UTR
©Unspliced (Gene) O3 UTR
Dataset O Flank (Transcript) © Exon sequences
[None Selected] O Flank (Gene) _ O cDNA sequences
© Flank-coding region (Transcript) © Coding sequence
O Flank-coding region (Gene) © Protein
Upstream flank
Upstream flank

Eixova 4.13 EEopoln axorovbBichrv axd ty Biomart.

BLAST/BLAT | BioMart | Tools | Downloads | Help & Documentation | Blog | Mimors

5t |8 o |8 e

Dataset Export allresults to File « FASTA ~ [ Unique resuts only
Homo sapiens genes Email notification to
(GRCh37 p8)

Filters View rowsas FASTA ~ [¥) Unique results only

GO Term Accession(s) [e.0.

G0:0005515]: [ID-ist specified]| »ENSG00000013583 | ENSTO0000014930 |20

MLGMIKNSLFGSVETWPHQVLSKGDKEEVAYEERACE 50 EVIDKPVDEALREAMP

Attributes KVARYAGGTNDKGIGMGMTVPISFAVFPNEDGSLOKE 100 RIPNQFQSDPPAPSDESV
Protein KIEEREGITVYSMQFGGYAKEADYVAQATRLRAALEG 150  RDIYFCTGYDPPMKPYGR
Ensembl Gene ID RNETWLLRT* 200

. >ENSGO00000008405 | ENSTO0000008527
Ensembl Transcript D MGVNAVHWERKGLRLHDNPALKECTQGADTIRCVY L DPWFAGSSNVGINRWRFLLQCLE

DLDANLRELNSRLFVIRGQPADVFPRLFKEWNITKLSIEYDSEPFGRERDAATKKLATEA
GVEVIVRIGHILYDLDKI IELNGGQPPLTYRRFQTLISKMEPLEIPVETITSEVIERCTT

Dataset PLSDDHDEKYGVPSLEELGFDTDGLSSAVWPGGETEAL TRLERHL ERKAWVANFERPRIN
ANSLLASPTGLSPYLRFGCLSCRLFYFKLTDLYKRVKKNSSPPLEL YGQLLWREFFYTAR
[None Selected] TNNPREDKMEGNPICVQTPWDKNPEAL AKWAEGRTGF PW DATMTOLROEGHTHHL ARHA

VACFLTRGDLWISWEEGMKVFEELLLDADWS INAGSWMWLSCSSFFQQFFHCYCPVGFGR
RTDPNGDYIRRYLPVLRGFPAKYTYDPWNAPEGIQRVAKCLIGVNYPRPMVNHAEASRLN
TERMKQIYQQLSRYRGLGLLASVESNPNGNGGFMGYSAENT PGCSSSGSCSQGEGILHYA
HGDEQQTHLLEQGRSSMGTGLSGGRRPSQEEDTQS IGPKVQROST*
»ENSG00000004779 | ENST00000007516
MASRVLSAYVSRLPAAFAPLPRVRMLAVARPLSTALCSAGTQTRLGTLQPALVLAQVPGR

Eixova 4.14 EEopoln axolovBichrv axd t Biomart.
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£]) http://www.ense...582237b33834581 < | <° Péprwon... x | =

>ENSGO0000013583 | ENST000000143930
MLGMIKNSLEGSVETWPWQVLSKGDKEEVAYEERACEGGKFATVEVIDKPVDEALREAMP
RKVAKYAGGTNDKGIGMGMIVPISFAVFPNEDGSLORKKLKVWFRIPNQFQSDPPAPSDKSV
KIEEREGITVYSMQFGGYAKEADYVAQATRLRAALEGTATYRGDIYFCTGYDPPMKPYGR
RNEIWLLKT*

>ENSG00000008405 | ENST00000008527
MGVNAVHWFRKGLRLHDNPALKECIQGADTIRCVYILDPWFAGSSNVGINRWRFLLQCLE
DLDANLRKLNSRLFVIRGQPADVFPRLFKEWNITKLSIEYDSEPFGKERDAATIKKLATER
GVEVIVRISHTLYDLDKIIELNGGQPPLTYKRFQTLISKMEPLEIPVETITSEVIEKCTT
PLSDDHDEKYGVPSLEELGFDIDGLSSAVWPGGETEALTRLERHLERKAWVANFERPRMN
ANSLLASPTGLSPYLRFGCLSCRLEFYFKLTDLYRRKVKKNSSPPLSLYGQLLWREFFYTAR
TNNPRFDKMEGNPICVQIPWDKNPEALAKWAEGRTGFPWIDAIMTQLROEGWIHHLARHA
VACFLTRGDLWISWEEGMEVFEELLLDADWSINAGSWMWLSCSSFFQQFFHCYCPVGFGR
RTDPNGDYIRRYLPVLRGFPAKYIYDPWNAPEGIQRKVAKCLIGVNYPKPMVNHAEASRLN
IERMKQIYQOLSRYRGLGLLASVPSNPNGNGGFMGYSAENIPGCSSS5GSCSQGSGILHYA
HGDSQQTHLLKQGRSSMGTGLSGGKRPSQEEDTQSIGPKVQRQSTN*
>ENSG000000047739 | ENST00000007516
MASRVLSAYVSRLPAAFAPLPRVRMLAVARPLSTALCSAGTQTRLGTLOQPALVLAQOVPGR
VIQLCRQYSDMPPLTLEGIQDRVLYVLKLYDKIDPEKLSVNSHFMKDLGLDSLDQVEIIM
AMEDEFGFEIPDIDAERLMCPQEIVDYIADKKDVYE*
>ENSG00000006625 | ENST00000005374
MANSGCKDVIGPDEESFLYFAYGSNLLTERIHLRNPSAAFFCVARLODFKLDFGNSQGKT
SQIWHGGIATIFQSPGDEVWGVVWKMNKSNLNSLDELFAWVORRKMVCRWSIKRS*
>ENSGO00000035038 | ENST00000002125
MSVLLRSGLGPLCAVARAATPFIWRGKYFSSGNEPAENPVIPMLRHLMYKIKSTGPITVA
EYMKEVLTNPAKGYYVYRDMLGEKGDFITSPEISQIFGELLGIWFISEWMATGKSTAFQL
VELGPGRGTLVGDILRVFIQLGSVLKNCDISVHLVEVSQKLSEIQALTLTKEKVPLERNA
GSPVYMKGVIKSGIPISWYRDLHDVPKGYSFYLAHEFFDVLPVHKFQRKTPQGWREVFVDI
DPQVSDKLREFVLAPSATPAEAFIQHDETRDHVEVCPDAGVIIEELSQRIALTGGARALVAD
YGHDGTKIDIFRGFCDHKLHDVLIAPGTADLTADVDFSYLRRMAQGKVASLGPIKQHTFL
KNMGIDVRLKVLLDKSNEPSVRQOLLOGYDMILMNPKKMGERFNFFALLPHQRLOGGRYQR
NARQSKPFASVVAGFSELAWQ*

>ENSG000002339672 | ENST00000013034

MIT T T T AT RN R D D Ta M M T T M AN R D TR T AT DN U NDAT U R TTRDRERFNAETACRDT

Eixova 4.15 EEopoln axolovBichrv axd ty Biomart.

¥t ovvéxewn He T ypnon tov Perl scripts xor tov Regular Expressions
QUTPApOE TO TOPUTAVED ATOTEAECHATO TTOL OPOPOLV TIG akolovbdieg, eEdyale Tig
akolovbieg TV HeyoAdTepV HETAYpAO®V Kol TPOpE To amoTeAécHOTO 08 HOpON

excel (Ew.4.16)
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ENSEMBL GENE ID |ENSEMBL TRANCRIPT ID |NUMBER OF AMINOACIDS
ENSG00000000938 ENST00000374003 530
ENSG00000001084 ENST00000229416 638
ENSG00000002330 ENST00000309032 169
ENSG00000002549 ENST00000226299 520
ENSG00000002822 ENST00000265854 719
ENSG00000003509 ENSTO00000002125 442
ENSG00000004139 ENST00000003834 691
ENSG00000004455 ENSTO00000354858 240
ENSG00000004779 ENST00000007516 157
ENSG00000004799 ENST00000005178 412
ENSG00000004864 ENST00000416240 677
ENSG00000004961 ENST00000321143 269
ENSG00000005022 ENST00000317881 299
ENSG00000005187 ENST00000289416 587
ENSG00000005249 ENST00000265717 419
ENSG00000005379 ENSTO00000343736 1858
ENSG00000005381 ENST00000340482 778
ENSG00000005469 ENST00000419147 641
ENSG00000005882 ENST00000503176 408
ENSG00000006530 ENSTO00000355413 423
ENSG00000006625 ENST00000275428 189
ENSG00000006695 ENST00000261643 444
ENSGO00000006744 ENST00000338034 827

Eixova 4.16 Anoteléopata tov Heyaldtepmv Hetaypapmv avOpdmivay yovidimy mov oyetiloviol
He ta Witoyovipia kar amoBikevon oe (opern excel. v tpity otiiy goivetor o aplBldc twv

olvoléwv e TpoTEIVIG Tov Kwdikormoiel To kKabe Yetdypapo.

‘Etot Lomdv 6mwg £yovpe O avapépel Kot Tponyovévag Ppébniayv cuvolkd
1702 Ensembl Gene Ids ( kot ta HeyoaAdtepa HETAYPOEO TOV) 7OV KMOKOTOLOHV

TPOTEIVEG KOt TOV oyeTi{ovTal He Ta Hitoyovopla oTov dvOpmmo.

2’ avtd 1o onpeio Ba NTOv HeydAn mOPAAEYM Vo PNV ovOoQEPOVHE OTL TO
napondveo 1702 yovidio mov aviAnOnkov oa@opovdv yovidlo mov gUTAEKOVIOL GTNV
Hitoyovdpilaxn Agttovpyio OGS dev £xovv OAa avtd Kabapd Hitoyovoploky| TpoAevon.
[Mo va gipoote mo cLYKEKPILEVOL Ta TEPIGGATEPA £XOVV TVPNVIKT TPOEAEVOT) Kot HOVO
13 yovido £xovv amoKAEIGTIKG HITOYXOVIPLOKT TPOEAEVOT|, ONA. KOSIKOTOLOVV TPMOTEIVEG
ard 10 MDNA «at 0yt amd 1o mopnvikod. [T avorvtikd, o mt-DNA kwdikonoel 37

yoviowa, amd ta omoia Hovo ta 13 divouv mpoTeivikd Tpoidv.

Ta mapandve anotedéopata ta eEopvéape He ) Pondela e Biomart. Apywd
UmnKape otnv apyikn cerida tng Biomart kot emlé€ape and 1o medio mov avaeépeTol
ot Database to Ensembl Genes 68 kot amd to medio mov avaepépetor oto Dataset to

Homo Sapiens piog kot avalntode To Yovidio Kot TG TPMTEIVES TOV K®OKOTO0HV 0o
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Tov avBpwmo. X ocvvéyewn emhéEape amd to Filters to medio mov avapépetor oto

Region omov kot emdé€ape o MT (pitoyovopro). Eivar n meployn mov yayvovpe va

Bpolie TIc avOpdTIVEG TPOTEIVES TOV KMOTKOTOLOHVTAL OO TO HITOYOVOPLO KOl CUVETADGS

&youvv Hitoyovdplokn Kot oyt topnvikn tpoéievon (Ew.4.17).

BLAST/BLAT | BioMart | Tools | Downloads | Help & Documentation | Blog | Mirrors

[ tow |8 coun | W Resis |
Datasel Please restrict your query using criteria below
Homo sapiens genes © REGION:
GRCh37,
( . p8) [Z] Chromosome
Filters
[None selected] ['] Base pair
Attributes Gene Start (bp)
Ensembl Gene ID Gene End (bp)
Ensembl Transcript ID
[7] Band
Dataset Band Start L0009
[None Selected] Band End gt%gg:
GLO00194.1
[7] Marker GL000195.1
Marker Start GL000196.1
GL000199.1
Marker End GL000201.1
GL000204.1
GL000205.1 i
— - (1000200 1

Eiwxova 4.17 Avolijtnon dedollévav oty Biomart e t fonbeia tov piltpov.

‘Enerta emAé€aple omd to Attributes tig minpoeopieg mov 0élovpe vo e&oyBovv

amd ta arotelécoto Kot totnoape o Results (Ew.4.18-4.19).

e mpwwww.emm...sscsa&ecssgwl +

BLAST/BLAT | BioMart | Tools | Downloads | Help & Documentation | Blog | Mirrors

I X

Dataset
“omo sapiens genes
'GRCh37.p8)
Filters
[None selected]
Attributes

Ensembl Gene ID
Ensembl Transcript ID
Ensembl Protein ID
Description

Dataset
None Selected]

Preview the results of the query

© Features Homologs
© Structures O Variation

© Transcript Event © Sequences
B GENE:

Ensembl

[V/Ensembl Gene ID
[V/Ensembl Transcript ID
[¥/Ensembl Protein ID
[CJEnsembl Exon D

[ Description
[Z]Chromosome Name
["IGene Start (bp)
[C/Gene End (bp)

[T Strand

[[/Band

[[ITranscript Start (bp)
[T Transcript End (bp)

Please select columns to be included in the output and hit 'Results’ when ready

[JAssociated Gene Name
[T Associated Transcript Name
[ Associated Gene DB
[[JAssociated Transcript DB
[ Transcript count

[[1% GC content

[CJGene Biotype

[ Transcript Biotype
[ISource

[] Status (gene)

[ Status (transcript)

Eixova 4.18 Avoalijtnon dedollévav oty Biomart e ) fonbeia tov piltpov.
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2] bttp://www.ensem...38c3aBcec669bad|

BLAST/BLAT | BioMart | Tools | Downloads | Help & Documentation | Blog | Mirrors

2 e 8 o [ s
Dataset Export all results to File v T8V v [ Unique resutts only
Homo sapiens genes Email notification to
(GRCh37 p8)
Filters View 110 v]rows as HTML + [ Unique resuls only
[None selected] - 10 —
. Ensembl Gene ID | Ensembl Transcript ID | Ensemb o 1D | Description
Attributes ENSGO0000238042 | ENSTO0000433676 50
Ensembl Gene ID ENSG00000238042 | ENST00000412445 100
Ensembl Transcript ID ENSGO0000228437 | ENSTO0000441160 ;gg
Ensembl Protein 1D ENSG00000228437 | ENST00000421147 |
Description ENSG00000232679 | ENST00000438158
ENSG00000236230 | ENST00000416510
ENSG00000227613 | ENST00000418582 glutaminy+RNA synthase (glutamine-hydrolyzingHike 1 pseudogene 2 [Source:HGNC Symbol:Acc:43668]
Dataset ENSG00000226643 | ENST00000455363
[None Selected] EHSGOUUOUZMM? ENST00000422015 capicua homolog (Drosophila) pseudogene 13 [Source:HGNC Symbol:Acc:37907]
ENSG00000225265 | ENST00000413074

Eixova 4.19 EEopoln aroteleoldrwv omd tp Biomart [e t fornbsio twv piltpwv.

2NV GUVEYELD TPOYOPNCOLE, He TO va avalnTicovpe ta avtiototryo ophoroya
yoviowa twv 1702 avBpdmivev yovidiov mov glriékovtol ot Hitoyovoplokn Asttovpyia,
o€ MEVTIE OPOPETIKOVS OpyovicHovc. Ot opyavicpol mov Hog evolapépovy givat o
okvlog (Canis lupus familiaris), To kovvél (Oryctolagus cuniculus), to movtikt (Mus
musculus), o apovpaiog (Rattus norvegicus) koto ymatlng (Pan troglodytes). H
avalftnon Tov avtictoywv opboroymv yovidiov éywve Pe T Ponbela tng Biomart 6mov
Kol OVTANGOUE OAEC TIC TANPOQOpiec mov BEAaUE. Apykd, oV apylkn GeEAldA NG
Biomart emiAé€aple oto medio mov avapépete 1 Database to Ensembl Genes 68 kot 1o
Dataset to Homo sapiens. Xt cvvéyeia, mypope ta Ensembl Trancripts lds tov 1702
avOpOTIVEOV YoVIdimv Tov gUTAEKOVTOL 6T UITOYOVOPLOKY] AELTOVPYiol KOl OTOTEAOVV
Kot o Heyodvtepa HETAypa@a kot To Bécaple mg Kprmpla dote va avalntmbodv ta
avtiotoryo opBoAoyo Yyovidin oTOLG TEVTE OPYOVIGUODS TOV OVOQEPUHE TO TOVEO
(Ewc.4.20).
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BLAST/BLAT | BioMatt | Tools | Downloads | Help & Documentation | Blog | Mirors

@)~ Search al soecies

e [ [

Dataset Please restrict your query using criteria below
Homo sapiens genes REGION:
(GRCh3T.p8)
Filters BGENE:
Ensembl TranscriptID(S)[e.g [ Limitto genes .. with lumina HumanWG 6 v1 probe ID(s) ve Only
ENST00000380152}:ID-it Excluded
Spe(.:lﬂed] @D fist imit {Ensembl TranscriptID(s) [e.q. ENST00000380152) v
Atributes ENST00000005178
Ensembl Gene ID ENST00000416240 B
Ensembl TranscriptID: Exg;gggggjﬁigi
ENST00000289416 .
Dataset Avafmnan.
[None Selected] [ Transcript count >=
[ Genetype Jprime_overlapping_ncma 4
antisense )
1G_C_gene
1G_C_pseudogene

IR N nana

Eixova 4.20 Avolijtnon dedolévav oty Biomart e t fonbeia tov piltpav.

Kotomv emdé€aple amd ta attributes to medio mov avoaeépetor ota oploloyo Kot
Hog dvoige éva mapdbupo mov avoeépetal e €vo HeydAo aplBUd opyavicHOV OTov

avdAoyo He TOV OpYOVIGHO oL Hag evolapépel Umopolle vo Ppovpe ta opBoroya
(Ew.4.21).

BLAST/BLAT | BioMart | Tools | Downloads | Help & Documentation | Blog | Mirrors

2 tov |8 comt [ s
Jataset Please select columns to be included in the output and hit 'Results’ when ready
{omo sapiens genes © Features % Homologs
GRCh37.p8) © Structures © Variation
Filters © Transcript Event © Sequences
Ensembl Transcript ID(s) [e.g. §
ENST00000380152] [D-ist | B CENE:
specified] Ensembl
Attributes ¥ Ensembl Gene ID CBand
E bl Gene ID [¥IEnsembl Transcript ID [T1Associated Gene Name
T [¥ Ensembl Protein ID [ Associated Gene DB
Ensembl Transcript ID [ Chromosome Name [ Transcript count
Ensembl Protein ID [[1Gene Start (bp) [[1% GC content
[[]Gene End (bp) [T Description
Jataset [ Strand
None Selected] 5 ORTHOLOGS (Max select 3 orthologs):
Alpaca Orthologs
[CJAlpaca Ensembl Gene ID [CHomology Type
[Z]Canonical Protein or Transcript ID [7] Ancestor
[F1Alpaca Ensembl Protein ID

[71% Identity with respect to query gene

Eiwxova 4.21 Avalitnon dedopévawv oty Biomart .

82

Institutional Repository - Library & Information Centre - University of Thessaly
21/05/2024 16:43:02 EEST - 13.58.97.126



‘Etot Aowmdv avalntmioape to avtictoryo opBoAoya 6TOVG TEVTE SLUPOPETIKOVS
0PYOVICHOVE TOL OVOQEPOLE TOPATAVED EMAEYOVTOS TAVIO TIG TANPOQOPIES TOV
Bélovle va e€opOEovle Kot va Tapovple ®g omoteAéopota. H mapokdto Sadukacio

&ywe 5 @opéc, mpokeévoy va. TAPOVHE amoTEAECHATA Yo TOV KAOE O PYOVIGUO

Eeymprotd (Ewc.4.22).
Cat Orthologs
[ Cat Ensembl Gene ID [IHomology Type
[ Canonical Protein or Transcript ID [l Ancestor

[ICat Ensembl ProteinID

[ Cat Chromosome Name
[ICat Chromosome Start (bp)
[ICat Chromosome End (bp)

Chicken Orthologs

[IChicken Ensembl Gene ID
[EICanonical Protein or Transcript ID
[EIChicken Ensembl Protein ID
[IChicken Chromosome Name
[IChicken Chromosome Start (bp)
[IChicken Chromosome End (bp)

Chimp Orthologs

Chimp Ensembl Gene ID
Canonical Protein or Transcript D
[ Chimp Ensembl Protein ID
[IChimp Chromosome Name
[EChimp Chromosome Start (bp)
[ZChimp Chromosome End (bp)

Ciona intestinalis Orthologs

[ICiona intestinalis Ensembl Gene 1D
[ Canonical Protein or Transcript ID
[ICiona intestinalis Ensembl Protein ID

[71% Identity with respect to query gene
[71% Identity with respect to Cat gene
OdN

0ds

[IHomology Type

[l Ancestor

[71% Identity with respect to query gene
[71% Identity with respect to Chicken gene
OdN

0ds

“IHomology Type

¥l Ancestor

1% Identity with respect to query gene
1% Identity with respect to Chimp gene
WdN

Vds

[1Homology Type
[l Ancestor
[11% Identity with respect to query gene

[ICiona intestinalis Chromosome Name [71% Identity with respect to Ciona intestinalis gene
[ICiona intestinalis Chromosome Start (bp) fdN
[ICiona intestinalis Chromosome End (bp) fds

Eixova 4.22 Avoalitnon opBoloywv yovidiwv tov yipratli oxd v Biomart.

‘Enerta matioope o Results kot wpaple ta amotelécpoto mov OEAaE yio KAOE
Cevyog opBoroywv yovidiov cvoyetilOUevov Tavta He o avOpdmiva UToyovoplakd

yovidia. ‘Eva pikpd vrodetyo pog deiyvel  mapokdto ikova (Ew.4.23).
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Ensembl Gene 1D Ensembl Transcript ID Chimp Ensembl Gene D Canonical Protein or Transcript D Chimp Ensembl Protein 1D  Homology Type ~~ Ancestor % Identity with respectto q\% Identity with respec N~ dS

ZNSG00000003509  ENST0000002125  ENSPTRGO0000011837  ENSPO0000002125 ENSPTRP00000020328 orthalog_one2one  Homininge 100 10 0,0022 0,0106
ZNSGO0000004139  ENST0000003834  ENSPTRG0000008317  ENSPO0000003834 ENSPTRPO0000016218 orthalog_oneZone ~ Eutheria 93 8 0,0456 0,1406
ZNSGOO000004799 - ENSTO000005178  ENSPTRGO0000019421  ENSPO0000005178 ENSPTRPO000033224 orholog_oneZone  Homininag 100 100 0,001 0,019
ZNSGO0000004779 - ENST0000007516  ENSPTRGO0000007889  ENSPO0000007516 ENSPTRRO0000013474 orholog_oneZone  Homininag 100 100 00043
ZNSG00000006405  ENST00000008527  ENSPTRG00000053%6  ENSPO0000008527 ENSPTRPO000009167 otholog_oneZone  Homininag 100 100 0,0009 0,0053
ZNSG00000006334  ENST00000010404  ENSPTRGOO000004TT  ENSPO0000379513 ENSPTRP00000008084 orthalog_one2one  Homininge 100 10 000
ZNSG0000023%672  ENST00000013034  ENSPTRG000000%415  ENSPA0000337060 ENSPTRPO0000016997 orthalog_one2one  Homininge 8 % 00029 0,004
ZNSGO0000013683  ENST00000014930  ENSPTRGO000004T12  ENSPO0000014930 ENSPTRP00000008050 ortholog_oneZone  Homininag 100 100 00,0083
ZNSG00000014919  ENSTO000016171  ENSPTRG0000002835  ENSPO0000016171 ENSPTRPO0000040337 otholog_oneZone  Homininag 100 100 00012
ZNSGO0000023734  ENST0000025339  ENSPTRGOO00004T34  ENSPO000025399 ENSPTRP00000008081 ortholog_oneZone ~ Eutheria % 100 0 0015
ZNSG00000035141  ENST0000037869  ENSPTRGO0000012030  ENSPO0000037869 ENSPTRPO0000020653 orthalog_one2one  Homininge 100 100 0 00104
ZNSG00000036473  ENST0000033007  ENSPTRG0000021739  ENSPA0000033007 ENSPTRPO0000037399 ortholog_one2one  Homininge 80 % 0.0058 00105
ZNSGO0000048544 - ENSTO000053468  ENSPTRGO000018169  ENSPA0000053468 ENSPTRPO0000031041 orholog_one2one  Homininge % % 0,0086 0,0216
ZNSG00000030562  ENST00000083867  ENSPTRGO0000009273  ENSPO0000053867 ENSPTRPO000014777 otholog_oneZone  Homininag (il % 0.0027 00107
ZNSG00000051620  ENST0000058631  ENSPTRG0000018650  ENSPO0000058691 ENSPTRPO0000031833 otholog_oneZone  Homininag % % 0,047 0,0038
ZNSG00000133597  ENST00000072869  ENSPTRGOO0000197T0  ENSPO0000072869 ENSPTRR00000033867 orthalog_one2one  Homininge % % 0,006t 00077
ZNSGO0000061734 - ENST00000081029  ENSPTRGO0000004732  ENSPO0000081029 ENSPTRPO0000008183 ortholog_one2one  Homininge LIl LIl 00148 00328
ZNSG00000013275  ENST0000147812  ENSPTRGO000010386  ENSPO0000167812 ENSPTRP00000018838 orholog_oneZone ~ Eutheria 100 100 000137
ZNSGO00006E615  ENSTO0000165638  ENSPTRGOO000012183 ENSPO0000165698 ENSPTRPO000020845 orholog_oneZone  Homininag 100 100 00
ZNSG00000186847  ENSTO0000167586  ENSPTRGO0000009172  ENSPO0000167586 ENSPTRPO0000015622 orholog_oneZone  Homininag % % 0.0018 0,039
ZNSGO0000072506  ENST0000168216  ENSPTRGO0000021329  ENSPO0000168216 ENSPTRPO0000037656 orthalog_one2one  Homininge 100 100 0 0,009t
ZNSGO0000075336  ENST0000169551  ENSPTRG0000010t10  ENSPO0000163651 ENSPTRPO0000017178 orthalog_oneZone  Homininge % % 0,003 00113
ZNSGO0000074071 ~ ENSTO00017T742  ENSPTRG0000007606  ENSPO0000380531 ENSPTRP00000013000 ortholog_one2one  Homininge 100 100 0 0,028
ZNSGOO00006E618  ENSTO0000184766  ENSPTRGO0000015270 ENSPO0000184266 ENSPTRPO000026324 ortholog_oneZone ~ Homininag 100 100 0 0
ZNSG00000081731  ENSTO0000194118  ENSPTRGO0000017354  ENSPO0000396225 ENSPTRP00000029662 otholog_oneZone  Homininag % % 0,004 0,016
ZNSG00000083720  ENSTO000196371  ENSPTRG0000016829  ENSPO0000196371 ENSPTRRO0000028847 orthalog_one2one  Homininge % % 0,003 00075
ZNSG00000086504 - ENST00000199706

ZNSG0000017208  ENST00000200652  ENSPTRGOO000017215  ENSPA0000200652 ENSPTRP00000029458 ortholog_oneZone  Homininge % % 00042 00023

Eixova 4.23 EEépuln amotedealarwv opBoloywv yovidiwv avOpamovlyihrerlh kot vroloyiolldg

dN/dS .

2’ owtd to onpeio Ba NTov TOAD oNUAVTIKO Vo ovapepHoVIE OTIG TANPOPOPIES
ov cLAAEEaE e T PorBeta tng Biomart, mpokepévon va avalnmmbovv ta opHoroya
YOVidlo. GTOVG TEVTE AVTOVE OLOPOPETIKOVG OPYAVIGHOVG o€ GYéom e Tov avOpmmo kot
O CLYKEKPIEVA e Ta yovidla mov oyetilovtal e ta Hitoxdvoplo kabmg Kot e Tig
Aertovpyieg avtdv. ITo ovykekpiléva Aowmdv 6ToVg Tapandve mivakes PAETOVHE TIg
e&nc minpogopieg: T tpdn oTHAN avaeépetal to Ensembl Gene Id tov avBpdmov kat
ot devtepn ot)An to Ensembl Transcript Id tov cvykekpipévov yovidiov, To omoio
amotedel Kot TO HEYOADTEPO UETAYPOPO TOL Y OVIdIOL. X1 TPiTN, TETOPTN KOl TEUTTN
o)A yivetaw avagopd tov Ids mov aviinoape amd ™ Pdaon dedopéveov Ensembl yia
KdOe €va opyoaviold kol amoteAodv Ta avtiototya opBorloya yovidio oe oyéon e ta
yovidia tov avOpomov. ‘Etol Aowmdv maipvovpe minpogopieg mov apopovv to Ensembl
Gene Id tov ovykekpylévov yovidiov, to Transcript Id (to omoio amotelei Kot to
Heyaddtepo Hetdypapo) ko to Ensembl Protein Id. Xty éktn otiAn dwagaivetal o
TOMOG TNG 0 HOAOYIOG TTOL VAPYEL OVARESH GTO cLYKeEKPIEVO (evyog yovidimv. 'Etot
Hmopel éva (evyog opBoroymv yovidiov vo edeavilel o poroyio: ortholog one 2 one,
ortholog one 2 many, ortholog many 2 many kot apparent ortholog one 2 one. Il

ovyKekpéva mpémel vo avagepbel 6Tt  1-to-1 orthologues onuaiver mog Povo éva
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avtiypago tov yovidiov Ppicketon oe kdbe €idog, 1-to-many orthologues onpaivel mog
6’ évo amd to dVo €idn To 0pHBOLOYO VIEGTN YoVIdlakoVS Sumhaolacovs (LeTtd Tov
Slywpold TV dvo VIO HeEAETN opyaviopdv), eved many-to-many orthologues
QOVEPOVEL TOC TO 0pOOLOYO YOVISIO VTEGTNOAY YOVIOLOKOVG SITAAGLOCHOVG (LETA TOV
Slyopod TV dvo VIO HEAETN opyavichdv) Kot oto dvo €idn. Edd o&iler va
avagépovle 6Tt ot 0pBOA0YEG TYéoelg apopov (evyn oHOAOY®V YOVIdi®mV 0ol 0 KOG
oG mPHYovog TPONADE amd €100YEVEST KOL OTY| CLYKEKPILEVN TEPIMTMOOTN O KOWOG
avTOG TPOYOVOS aVAPEPETOL GTNV EPOOHUN GTAAN. LTV GUVEKELD, TNV OYO0oN Kot Evotn
oTNAN yivetar avoaeopd otnv % o Howdtnta og eminedo akoAOVOOY OGOV APOPd T o
opBoroya yovidia. Télog otig dVo televtaieg othreg vrroloyifovtar ta dS kot AN TV

GLYKEKPIUEVOV 0pBOAOY®V.

v ovvéyelo katefAcaple TG akoAoVOiEC OAMV OVTMOV TOV OPYUVIGU®V Ao TN
Biomart kot wipaple to peyardtepa Hetdypapa Tmv yovidiov. Avti 1 dwadikacio Eywve
aKpIoOg OTmg elyape TPAEEL TPOoNYOLUEVMS Kot Yo To avOpdmva yovidia. ‘Evar pikpod

Vodetya 6idetan otV mapokato gikova (Euc.4.24)

ENSEMBL GENE ID ENSEMBL TRANCRIPT ID |[NUMBER OF AMINOACIDS
ENSPTRG00000000027 ENSPTRTO00000000057 200
ENSPTRG00000000029 ENSPTRT00000000060 84
ENSPTRG00000000062 ENSPTRT00000000142 458
ENSPTRG00000000084 ENSPTRT00000000186 381
ENSPTRG00000000094 ENSPTRT00000000222 559
ENSPTRG00000000102 ENSPTRT00000000234 190
ENSPTRG00000000106 ENSPTRT00000000243 1567
ENSPTRG00000000115 ENSPTRT00000000260 322
ENSPTRG00000000142 ENSPTRT00000000323 2503
ENSPTRG00000000144 ENSPTRT00000059661 339
ENSPTRG00000000159 ENSPTRT00000000354 758
ENSPTRG00000000202 ENSPTRT00000000426 353
ENSPTRG00000000206 ENSPTRT00000000438 305
ENSPTRG00000000214 ENSPTRT00000059601 264
ENSPTRG00000000242 ENSPTRT00000000501 281
ENSPTRG00000000255 ENSPTRT00000000524 564
ENSPTRG00000000269 ENSPTRT00000000542 79
ENSPTRG00000000288 ENSPTRT00000000569 353
ENSPTRG00000000291 ENSPTRT00000000572 582
ENSPTRG00000000304 ENSPTRT00000000599 1036
ENSPTRG00000000339 ENSPTRT00000000664 326
ENSPTRG00000000350 ENSPTRT00000000692 254

Eixova 4.24 Arotedéopata twv leyaldtepwy Yetaypdpwv yovidiov yiprotl kor arnobiksvon oe

Hoper excel.
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Tpwtsivikéc aAdniemidpaoeic

H BioGrid ypnoiponotei g identifiers ta Entrez gene IDs. Enopévac, énpene va
avtictoyBobv to. Ensembl gene IDs peto Entrez gene IDs @ote va Bpebodv ot
TPOTEWVIKEG AAANAETIOPAGELS TOV TPOIOVIOV (TPOTEIVOV) TV avOpOTIVOV YOVISi®V.

Avt 1 avtictoiyon £yve He ™ Pondewo tng Ensembl BioMart.

Ebpeon yovidiwv mov eurléxovial og aobéveiec

Me v Ponbewo g GeneCards, avolntoope Ko Tpape OAo ta yovidlo To
omoio elmAékovTol o achéveleg e oxond vo eEopv&ovpe ta Ensembl Gene Ids toug
a6 ™ Biomart. Avaxtoape 2924 Ensembl Gene 1ds mov epmiékovtal otnv gUedvion

yeveTikmv acbeveldv, He Baorn v GeneCards.

Ol tor Topamdve dedopéva evoopatdbnkav pe ) Pondewa g Perl xat ot
OTOTIOTIKEG avOADGELS £ytvay e Tn Ponbela g YAd®ocog mpoypaatichoy R og 600

apyeio excel (ensembl_genes 22000 xa: Five_species_dNdS).

Melétn mpwteivikay allnlemopdoswy kou ooBsveiwy oto. avBpwmive. yovioia.

O mopokdto mivakog (ITiv.4.1) mepiéyel oTaTIOTIKA GTOKELD Yo TOL AvOpdTTIVO, YOVidiao
7OV HELETNOAE, OYETIKA e TOV aptOo ariniemdpacewv (http://thebiogrid.org/) kot to
av gumAékoviat o€ acbéveleg 1 oyt (http://www.genecards.org/).eved o endpevog mivakog

(ITiv.4.2) mepi€yel TIC OTOTIOTIKEG AVOADGELS TOV £XOVV YiVEL.

HEPIT'PA®H TIMEX

ApOpég mt_mt_genes 13
ApOp6c mt_genes 1702
ApOp6g nUC_genes 20343
ApOpo6g mt_mt_interactors 20
ApOpég mt_mt_interactors mov 7

gumAékovron o€ ac0évereg (Le paon v
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Genecards)

ApOpég nuUC_genes mov guniékovrar oe 411
acOévereg (L paon v GeneCards)

ApOpog mit_genes mov gumiékovrar 6 2468
acOévereg (e paon v GeneCards)

Méon Tiuf aAAAETOPAGEOV TOV 8.92
mt_genes (pe Baon v BioGrid)

Méon iU aAAMAETOPAGEOY TOV 6.23
nuc_genes (U paon tqv BioGrid)

Méon Tiuf aAAAETOPAGEOY TOV 498.4
mt_mt_interactors (u& paon v
BioGrid)

Méon Ty aiiniemopaceomv ( Ue paony  13.18
v BioGrid) T@v mt_genes mov

gumrékovron o€ acOéveres (e paon v
GeneCards).

Méon Ty aAniemopaoccov ( e paon  9.48
v BioGrid) T@v nuc_genes wov

gumAékovron o€ ac0éveres ( Ue Paon v
GeneCards).

Méon Ty aAlniemopaoccov ( e paon  7.57
v BioGrid) Tov mt_genes mov AEN

gumrékovran o€ acOéveres (e paon v
GeneCards).

Méon Ty aAniemopaoccov ( e paon  5.78
v BioGrid) T@v nuc_genes mov AEN

gumrékovron o€ acOéveres (e paon v
GeneCards).

Ilivaxag 4.1 Xrauiotixa otoyyeio yio to. ovlpamive yovidia mwov [eietnOnkoy, oyetikd e tov
aptlo twv arlnlemiopdoewy (http://thebiogrid.org/) koi 1o av epmiékovion oe acbéveiegh oy

(http://www.genecards.org/).
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INEPITPA®H TIMEXY

Wilcoxon test ywa éheyyo orwapopag 5.74E-09
aAnAemOpace®V HeTa&h
mt_mt_interactors & mt_genes

Wilcoxon test ywa éheyyo orwapopdg 3.14E-07
aANAemOpaoEOV LeTAED
mt_mt_interactors & mt_genes mov
gumAékovton o€ ao0fvereg

Wilcoxon test ywa éheyyo orwapopdg 4.70E-07
aAlnremopaoewv PeTa&b Mt_genes wov
gumhékovrton o€ ac0évereg & mt_genes
nov AEN gumiékovral o€ acOsvereg

Wilcoxon test ywa éheyyo owapopdg 2.20E-16
aAiniemopaosmv pPeTald NUC_genes &

nuc_genes

Wilcoxon test ywa éheyyo drwapopdg 0.1991

aAlnremopaoemv PeTa&b Mt_genes wov
gUmhékovron o€ ac0éverleg & nuc_genes
oV gUTAEKOVTOL 6E 060Eveleg

YrnepyeoUeTpiko te0T Y10, £AEYYO 1.88E-47
010 QOpPaS 6 TOGOGTO YOVIOIMV TOV
gumAékovron o€ achéveres (e paon v
GeneCards) petagv nuc_genes &
mt_genes

Ilivaxag 4.2 Amoteléalota otatiotikdv avaldoewy yio to. avBpamive yovidio mov PelethOnkay,
oxetikd, Ye tov opibUo aliniemidpacewv (http://thebiogrid.org/) xai o av epmiéxoviar oe

acbBéveies 1 oy (http://www.genecards.org/).

H péon tyq mpoteivikdv oilniemdpdcewv tov mt_genes nMrav 43%
vynAdTEPN 0md TV avtictoyn tv Nuc_genes (8.9 évavt 6.2; Wilcoxon test p< 2.2 E-
16). EmumAiéov, oo 20 mt_mt_interactors éyovv 55 @opéc vymiotepn Héon TN
aAAnAemdpdoewv and to mt_genes (498 évavt 8.9; Wilcoxon test p< 5.7E-9). Avti
TOAD LYNAN vVYNA TN oeeiletor ev Péper oty ubiquitin C, n omoia £yer 8580
aAAAemdpaoelg. AkOpn Omg kot edv amokieiotel  ubiquitin C, To mt_mt_interactors
oAl eleaviCouv Mymin Héon T alAnAemidpdaceny (73 évavtt 8.9; Wilcoxon test
p<2.4E-8).
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Ta mt_genes &ivai 2 popég mo eUmAovTIcUEVa Gg Yovidla He acBéveleg am 0Tt Ta
nuc_genes (24% évavtt 12%; hypergeometric test p<2E-47). To. mt_mt_interactors givot
70 eUTAOVTIGHEVA o€ Yovidia He acBéveleg an’otL Too mt_genes (35% évavtt 24%), 6mg
N dweopd ovth dev epeaviletar otatiotikd onpovtiky (hypergeometric test p=0.11),

iowc AOym Tov Hikpov aptBpov tov mt_mt_interactors.

Ta yovidwa mov epumAékovtal o€ acBéveleg Exovv TePIoCOTEPEG AAANAETIOPAGELS
a6t Ta. yovidl mov dev aivovtal va gpmAékovtar oe aoBéveleg (Me Paon v
GeneCards). Avtd oydel kot ywoo v Kotnyopio tov mt_genes (13.2 évavtt 7.6
aAniemdpaoelg; Wilcoxon test p<5E-7) kot yw tnv katnyopio. Tov nuc_genes (9.5
évavtt 5.8 aAniemdpdoeic; Wilcoxon test p<3E-16). Otav 6 Hog cLyKpivOLHE TIC
AAMNAETIOPAGEIS TOV YOVISI®V oV gUmAéKovVTOL 68 acBéveleg, Hetaly tv mt_genes &
nuc_genes, tote dev gleavifetal n dtapopd va givarl otatiotikd onpavtiky (13.2 évavtt

9.5 adMmiemdpaoeic; Wilcoxon test p = 0.19).

Eivar mBovov 61t ta yovidia mov guniékovion o€ acbeveleg Exovv PeletnBei og
Heyodvtepn éxtacm am 0Tt To Yovidia Tov dev paivovtal vo eUmAékovtal o€ achéveleg,
YU ot Ko TopaTnPRONKOY 0VTEG O JPOPES OTIG TPMTEIVIKES OAANAETIOPAGELS, OiymG
OH®G vo vrdpyet Hia frodoykn Baon yia avti T dopopd. [pokepévou va amokAeiotel
avt 1M mepintwon, Bo mpémel o M HeAlovTik) UEAETN va xpnotlomombovv Hovo
aAMAemdpdoel; omd  mepdpoto  peyaing KkAipokag (high-throughput) kot va
AOKAEIGTOVV OAANAETOPACELS OV TPOEPYOVTOL OO OTOXEVUEVA TEpdata o Eval

yovidio (low-throughput).

Mt mt interactors

Yyetwkd Pe oo mt_mt_interactors, 6mmg @aivetot Kot amd tov mivoka 4.1, povo ta
7 and ta 20 avtd yoviowa éxovv kataypaeel amd tnv Tovidwaxn Ovioloyio va
eumAékovtal omv dopn/Aettovpyic Tov Hitoyovdpiov. To yeyovog ovtd eyeipet
epOTNHATIKA gite oyeTIKd He TV TAnpotTa TG Iovidtakng Ovroloyiag eite oyetikd e
TNV TOWOTNTO TOV ATOTEAECUATOV TPOTEWVIK®OV OAANAETIOpAcE®Y TOV omobnkevovTal

ot BioGrid.
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Ensembl Gene Id Type HGNC Entrez Biogrid AcOévereg
Gene ID | interactions
ENSG00000060237 nuc WNK1 65125 25 Genecards
ENSG00000070831 nuc CDC42 998 114 X
ENSG00000101158 nuc THIL 51497 32 X
ENSG00000108953 mt YWHAE | 7531 94 X
ENSG00000109756 nuc RAPGEF2 | 9693 12 X
ENSG00000117682 nuc DHDDS 79947 4 X
ENSG00000124507 nuc PACSIN1 | 29993 33 X
ENSG00000128311 mt TST 7263 2 X
ENSG00000134982 nuc APC 324 113 Genecards
ENSG00000135821 mt GLUL 2752 14 Genecards
ENSG00000150991 nuc UBC 7316 8580 X
ENSG00000158169 nuc FANCC 2176 34 Genecards
ENSG00000164754 nuc RAD21 5885 219 X
ENSG00000167862 mt ICT1 3396 206 X
ENSG00000176884 nuc GRIN1 2902 5 X
ENSG00000177885 nuc GRB2 2885 267 X
ENSG00000178449 mt COX14 84987 3 X
ENSG00000182566 nuc CLEC4G | 339390 |20 X
ENSG00000197122 mt SRC 6714 184 Genecards
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ENSG00000213619 mt NDUFS3 4722 7 Genecards

Ilivaxas 4.3 ITAypogpopicc mov agopodv tovg mt_mt_interactors (mpwreiveg mopnvikig

TPoELEDONS TOV 0AANAETIOPODY dleoa e Tig mpwTeives Twv Mt_mt_genes).

CLEC4G 3
c -nos
; THIL.
COXN> hi \ GLUL
\m_cm \ YWHAE

/ DQcmm

. Y \\

J0141 5. 25
MT-ND1
/GRBZ VACSINY ( { \
/“m.nm_/ WNK1
APC " T-ND6

NDUFS3

Ewova 4.25 Ortuxoroinon mpowteivik@v oliniemiopdoewy kol oynlotiolog Oktdowv v
mt_mt_interactors e t; yprion tov Cytoscape. Me zo kitpivo ypdla diaxpivovrar ta. Mt_genes,

Ue o xoxkivo ta NUC_Qenes xai e to yoladio to. mt_mt_genes.

Elshixnikéc Yerétec

[Mpoxeévoyr va mpaypotoronbovv eEehktikés HeAéteg (dniadn oavdAvon
dN/dS, % identity) ota vo diepevvnon yovidia, avaktiOnkay ta opBoAoya yovidla e
™ Bonbeia g BioMart a6 5 dwapopeticd Onhaotikd, to Pan troglodytes (yumating),
to Oryctolagus cuniculus (kovvédr), Mus musculus (movtiki) Rattus norvegicus
(apovpaiog), Canis familiaris (oxvrog). T vo eaocporiotel n opdn avdbeon twv
opBoLoY@V Yovidiwv BEcalE OC KPITHPLO DGTE 1 AVOPAOTIVY TPMOTEIVI] KO 1] TPMTEIVT
amd to GAAO €idoc va €xovv tovAdytotov 30% tavtion (% identity) oy peta&d tovg

otoiyon katd (evyn (ko Tpog Tig dvo Katevhivong). Emmiéov, oe avtég Tig eEeMKTIKEG
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Heléteg ypnolomomOnkay to yovidwe mov eiyav dN/AS >=0 (yovidwa pe dS=0

AmOKAEIGTNKOV 0T TIG OTATIOTIKEG MEAETEC).

AOY® YOVIOLOK®V NTAAGLOGH®OV, HETE TOV dla PG dVo €W0®V gival duvatod
vo vdpyet w.y €va 0pBOLoyo oTov avBpwmo Kot dvo oto movtikt (one 2 many orthologs)
N av ot JmhaclocHol cuvéfnoav kot otig 600 e&eMKTikéS Ypoppés (amd TOTE OV
Swywpiomkay), va £ovle m.). 600 0pBoLoya oTov AvOpTo Kot dVo GTo TovTiKL (Many
2 many orthologs). Eropévmg, o apifpodc tov opBoroymv yovidiov mov Bpébnkav ce
KaOe évav amd Tovg TEVTE OPYOVIGHOVG eV OVTIKOTOTTPILEL OVAYKOGTIKA Kol TOV YpOHVO

7oV Hecordpnoe amd Tov dlay®PIGHO TOL VO PHEAETN €100VE Kot TOV avOp®OTOV.

Ytov mivaka 4.4 @oivovtolr To oTATIOTIKG oToryela Yo to opBod Aoya TV
avOpoOTIvOV yovidiov mov Heretoaple ota ahla mévte Onlactikd, oxetikd e to dN/AS
Kot tov Pabpd ocvvinpnong g akoiovbiog, eved otov mivaka 4.5 ¢aivovtotl ot

OTOTIOTIKEG OVOADGELS TOV EYIVOLV.

Meprypaon P.troglodytes | O.cunicul | M.muscul | R.norvegic | C.familiari
us us us S

AprOpog 14609 14560 18768 16344 15333

nuc_genes

ApOpog 1285 1456 1546 1548 1538

mt_genes

Ap1Opog 1911 1941 2202 2096 2035

nuc_genes mwov
gUmAEKOVTOL OE
acOéveres (e
paon v
GeneCards)

AprOp6g 12698 12619 16566 14248 13298
nuc_genes mov
AEN
EUTAEKOVTOL OE
acOéveres (e
paon v
GeneCards)

Ap1Ouog 327 362 390 389 374
mt_genes mov
gUTAEKOVTOL OE
ac0éveres (e
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paon v
GeneCards)

AprOuog
mt_genes wov
AEN
EUTAEKOVTOL OE
acOéveres (e
paon v
GeneCards)

958

1094

1156

1159

1164

péon Ty dS
TOV NUC_JeEneES

0.04425648

0.797797

0.868846

0.8912821

0.590838

pHéon Ty dS
TV Mt_genes

0.03991805

0.636035

0.675411

0.8649115

0.475801

Héon Tiim
dN/dS
nuc_genes

TOV

0.5245792

0.176193

0.197998

0.1749982

0.178987

Héon Tyt
dN/dS
mt_genes

TOV

0.4029305

0.160432

0.147219

0.1586179

0.181466

Méon TN
%identity Tov
nuc_genes

95.10966

80.15598

74.7728

76.61454

82.25279

Méon TN
%identity Tov
mt_genes

95.97043

82.98558

82.91979

80.13178

83.27893

Héon TUm
%identity Tov
mt_mt_interac
tors

95.5625

86.41176

89

84.88235

83.7619

Méon iy %
identity tov
nuc_genes mov
EUTAEKOVTOL GE
acOévereg  (Ue
paon v
GeneCards)

95.46991

82.93251

82.45095

80.50477

84.55577

Méon Ty %o
identity tov
nuc_genes mov
AEN

gUmAEKOVTOL OE
acOéverec (e

95.05544

79.7289

73.7522

76.04225

81.90036
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paon v
GeneCards)

Méon iy %
identity tov
mt_genes mov
EUTAEKOVTOL GE
acOévereg  (Ue
paon v
GeneCards)

95.28746

84.35912

83.82564

81.10283

85.76203

Méon Ty %o
identity tov
mt_genes mov
AEN
gUmAEKOVTOL OE
acOévereg  (Ue
paon v
GeneCards)

96.20355

82.53108

82.61419

79.80587

82.4811

Héon Tun
dN/dS TOV
nuc_genes mov
EUTAEKOVTOL GE
acOévereg  (Ue
paon v
GeneCards)

0.4035858

0.150149

0.146387

0.1463281

0.157533

HEom Tip
dN/dS TOV
nuc_genes mov
AEN
gUmAEKOVTOL OE
acOévereg (e
paon v
GeneCards)

0.5427882

0.180199

0.204858

0.1792158

0.182271

Héon Tun
dN/dS TOV
mt_genes mov
EUTAEKOVTOL GE
acOévereg  (Ue
paon v
GeneCards)

0.6691584

0.142838

0.131454

0.140323

0.157943

HEom Tip
dN/dS TOV
mt_genes mov
AEN
gUmAEKOVTOL OE
acOévereg  (Ue

0.3120573

0.166254

0.152538

0.1647583

0.189024
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paon v
GeneCards)

Héomn Ty
dN/dS TOV
mt_mt_interac
tors

0.1299341

0.144253

0.107891

0.1304985

0.112912

%
oV
gUmAEKOVTOL OE
acOévereg (e
paon v
GeneCards)

nuc_genes

13.08098

13.33104

11.73274

12.82428

13.27203

%
oV
EUTAEKOVTOL GE
acOévereg  (Ue
paon v
GeneCards)

mt_genes

25.44747

24.86264

25.22639

25.1292

24.3173

Ilivaxag 4.4 Xrotiotike otoyeio yio ta opBoioya twv avBpamivawy yovidiwy wov HelethOnkay

oto. dlra wévte Onlaotikd, oyetika e o AN/AS, tov Babué cvoviipnons e axotovbiog kot Tig

acbBévelec onig omoieg elmAéxovrar (http://www.genecards.org/).

Ieprypaen

P.troglodytes

O.cuniculus

M.musculus

R.norvegicus

C.familiaris

Ynepyeo|le
TPIKO TéOT
v €leYy0
olQopdas o€
m0G00TO
YOVIOi®V
oV
gUmAEKOVTOL
o€ a00&vereg
(e  Paon
™mv
GeneCards)
HeTa&v
nuc_genes
&mt_genes

1.19E-36

1.31E-36

3.77E-54

2.81E-44

7.45E-36

Wilcoxon
test
Eleyyo
Jtapopads
TOV

yia

ds

0.5152206

5.00E-06

1.44E-38

2.83E-15

7.31E-08
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HeTadv
mt_genes &
nuc_genes

Wilcoxon 1.75E-09 0.891913 2.34E-13 0.6783917 3.52E-05
test yio
Eleyyooiapo
pas TOV
dN/dS
UeTalv
mt_genes
&nuc_genes

Wilcoxon 5.91E-10 0.000111 1.62E-28 6.30E-05 0.9966137
test yio
Eleyyo
Jrapopas
T0V
%identity
UeTalv
mt_genes &
nuc_genes

Wilcoxon 0.6861609 0.147481 0.010947 0.04294347 0.4452345
test yio
Eleyyo
olapopds
TOV
%identity
UeTalv
mt_genes
&mt_mt_int
eractors

Wilcoxon 0.2981892 0.085419 0.001078 0.0239191 0.4365548
test yio
Eleyyo
Jrapopas
TOV
%identity
UeTalv
nuc_genes
&mt_mt_int
eractors

Wilcoxon 0.00518091 1.71E-09 2.25E-51 3.97E-17 2.10E-06
test yio
Eleyyo
olapopds
TOV
%identity
UeTalv
nuc_genes
oV
eUmiéxovran
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o¢ acléveies
Kal TV
nuc_genes
mov  AEN
eUmiéxovran
o€
acOéveres(|le
paoy ™Y
GeneCards)

Wilcoxon 0.09039482 0.021611 0.01829 0.05055916 2.87E-05
test yio
Eleyyo
Jrapopas
TOV
%identity
HeTadv
mt_genes
oV
eUmiérovral
oe acbéveies
Kol TV
mt_genes
mov AEN
eUmiéxovral
o€
acléveres(e
paon ™mv
GeneCards

Wilcoxon 0.5275299 0.203310 0.192651 0.9322514 0.1753727
test yio
Eleyyo
olapopds
70V
%identity
UeTalv
mt_genes
oV
eUmiéxovran
o¢ acléveies
Kal TV
nuc_genes
oV
eUmiéxovran
o€
acOéveres(|le
paoy ™Y
GeneCards

Wilcoxon 7.25E-14 6.95E-07 1.29E-37 1.29E-12 1.89E-06
test yio
Eleyyo
orapopas
rov  dN/dS
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Hetalv
nuc_genes
oV
eUmiéxovran
o¢ acléveiec
Kol TV
nuc_genes
mov AEN
eUmiéxovran
o€
acOéveres(|e
paony ™Y
GeneCards

Wilcoxon 0.2974982 0.004807 0.005873 0.00050521 0.0002838
test yio
Eleyyo
olapopds
zov dN/dS
UeTalv
mt_genes
oV
eUmiéxovran
o¢ acléveies
Kal TV
mt_genes
mov  AEN
eUmiéxovran
o€
acOéveres(|e
paoy ™Y
GeneCards

Wilcoxon 0.2484463 0.947212 0.752875 0.4975621 0.161978
test yio
Eleyyo
dlapopds
rov dN/dS
Hetalv
nuc_genes
oV
eUmiéxovran
o¢ aocbléveies
Kol TV
mt_genes
oV
eUmiéxovran
o€
acOéveres(|e
paon ™mv
GeneCards

Wilcoxon 0.02248317 0.076372 0.027239 0.08233521 0.0036302
test yio
gleyyo
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olapopds
zov dN/dS
UeTalv
mt_mt_inter
actors
&mt_genes

Ilivaxag 4.5 Aroteiéollato oratiotik@v ovaivaewv yia ta. opfoloyo twv avOpadmivwy yovidiwy
mov [eletiOnkav ato dlia mévie Onlaotikd, oyetikd Pe to AN/AS, tov Bablé covipnong g

akxoiovbiog ko tic acbéveieg otic omoies epmiérovrar (http://www.genecards.org/).

Yyetikd e to yovidla mov veiotaviot Oetiky emhoyn (Bécape g 6pto v TN
dN/dS>1.1), omv ovykpion avBpomov — ypmatly Ppédnkav 47 mt_genes mov
veiotavtal OeTik eTloYY], ®GTOGO GTIG GALES TEGGEPIG GLYKPIoELS dev Ppébnke Kavéva
yovidlo ¢ katnyopiog Mt_genes mov va veiotatol Oetikn emioyn. Emmiéov, oe kapd
amd 115 5 ovykpicelg dev Ppébnkav mt_mt_interactors mov vo veictavtor OeTikn

EMAOYN.

Ye técoepig omd TG mévte ovykpioelg to AN/AS twv mt_genes Ntov Hikpdtepo
a6 to dN/AS tov nuc_genes katd ~17%, evd mn O10QOPE OLTH MTOV OGTATIGTIKA
oNHavtik] HOvo oTic 000 amd TG TE0oEPIS MEPWMTMOEL. EmmAéov, kot otTic mévte
ovykpioelg To. mt_genes epoavilovtat va £xovv ~4% vynidtepo Pabpd cvvtipnong (%
identity) oe oyéon pe o NUC_Qgenes, evd 1 S10popd avTh Vol GTATIGTIKA OTLOVTIKT Y10!
TG téooeplg ovykpioels. Emopéveog, amd ta vmapyovia dedopévo dev @oiveTtor To
mt_genes va Ppickovtal vd oNHAVTIKE EVIOVOTEPT OPVNTIKY EMAOYY OE GYEom He Ta
nuc_genes. Mia mBavn e&nynon etvan 01t icwg ToAAd amd To Mt_genes vo eumAékovTton
Kol 6 OAAEG Aettovpyieg, Goyetes He To Prtoyovopla. Xe Mo PeAloviikn HeAétn Oa
TPENEL VO YpNoIlonomBobv mg mt_genes Povo exéva TV OToimV Ol TPMTEIVEG EXOVV

EVTOMIOTEL OMOKAEIOTIKA GTO UITOYOVOPLOKO OLOUEPIGHAL.

Ao ) ovykplon petad mt_mt_interactors & mt_genes, 6cov agopd to dN/dS,
avtd gpeaviletor ~32% pikpdtepo ota mt_mt_interactors (ko ot mévte GLYKPIGELS),

®oTHG0 M SPOoPd oV TN EIVOL GTATIOTIKE GNUOVTIKY OTIS TPEIS 0md TIG TEVTE CLYKPIGELC.

Ocov apopd to % identity, avtd epoaviletar ghaepd mo ovéNUEVO GTOVG
mt_mt_interactors (katd ~4.5%) otic téooepig amd TIC TEVIE GLYKPICELS, OGTOGO M

dlpopd glvar oTATIGTIKG oNHAVTIKN HOVo 6TIg 600 GVYKPIcELS.
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Ta yovidio Tov epmiékovtal og acbéveleg £xovv elappd yapmidtepo dN/AS ce
oyxéon He ta yovidla mov dev ePdmAékovtal og achéveleg. Avtd 1oyeL Yo TV Katnyopio
tov mt_genes (14% yopnAOTEPO; OTOTIOTIKG ONUOVTIIKY Ol0(pPOPA OTIS TEGGEPLS
OLYKPIOELS) Kol Yoo TNV Katnyopio. t@v nuc_genes (20% yopUnAdtepo; oTOTIGTIKG

ONHOVTIKY S10(pOpa KOl GTIG TEVTE GUYKPIGELS).

Opwmg, dev vrapyel oTatioTikd onpavtikhy dapopd oto dN/AS peta&h mt_genes

& nuc_genes mov gUnAékovial o 0oOEVELES, G€ KOl Ao TIC TEVTE GVYKPICELS

Ta yovidio mov gumAékovior oe acBéveleg €govv elappd vynAotepo Pabpd
ocvuvtpnong (% identity) oe oyéon pe to yovidia mov dev eUmAékovtal o€ achEveles.
Avtd oydel yuoo v katnyopio. Tov Mt_genes (katd 1% vynAdtEpPO; OTOTIGTIKG
ONHOVTIKY S10pOpa OTIC TECOEPLG CLYKPIOELS) KOl Yoo TNV Kotnyopio Twv NUC_genes
(katd 5% vyNnAdTEPO; GTOTIOTIKG CNHOVTIKY S10POopd Kol oTIC TEVTE GLYKPIceLs). Opmg
OEV VILAPYEL OTATIOTIKA GNHAVTIKY dlapopd 6To Babud cuvtypnong (% identity) peta&d
mt_genes & nuc_genes mov eUmAfKoviol oe 0c0éveleg, oe kapia amd TG TMEVIE

GLYKPIGELC.
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2vlUmepaolata & [ellovtikéS avolioelg

Ytov avBpwmo, ta Tpoidvta TV yovidiov (to ovoldlovple mt_genes) mupnvikng
TPOEAEVONG MOV  EUMAEKOVTOL otV dopn/Aettovpyio Tov Hitoxovdpiov  €yovv
TEPICCOTEPES MPMOTEIVIKEG AAANAETIOPACEIS KO EUTAEKOVTOL TO GLYVA GE 0COEVELES
an’otL To. TPoidvta TV Yovidiov (to ovopdlovple NUC_genes) mov dgv £xovv Kaplia
oxéon Ue to Hitoyovoplo. MAAIOTO, OVTEC Ol TOPATNPNOELS €Vl TO EVTOVEG YOl TIG
npwteEiveg mov oAniemdpodv dpeco (Mt _mt_interactors) pe xdmowa amd Tic 13
TPpOTEIVEG TOL Kmdkomolovvtal oto ME-DNA (ta yovidid tovg to. ovopdalovpe

mt_mt_genes).

Ocov agopd v &&éMén tov mt_genes (dN/dS, PBabud ocvvtipnong g
akoAovdiag), dev eleavifovv mOAD aEl0oNHEI®TES JUPOPEG OC TPOS TO, VIOAOLTA
yovidwa. Tao mt_genes £yovv katd Héco 6po ~17% pikpotepo dN/AS kot ~4% vymAdtepo
Babud cvvtypnong g akolovbiog (% identity) oe oyéom pe ta nUC_genes. Mia mbavn
e&nynon eivor 01t icog moALd and to. mt_genes (6mmwg ta opicalle) v EUTAEKOVTOL KoL
o€ TOALEG GALeG Aettovpyies. Xe Mo PeAlovTiky HeAétn Ba mpémet va ypnoilomoimBovv
®¢ Mt_genes povo exeiva TV omoimv ol TPOTEIVES £XOVV EVIOTIGTEL AMOKAEIGTIKA GTO

HitoyovoplaKo Stapépiopla, pe HeBOS0VG TPOTEMHIKTC.

Ta mt_mt_interactors &yovv kotd pHéco 6po ~32% pukpdtepo AN/AS ko ~4.5%
vynidtepo PabUd cuvtipnong g akorovbiog (% identity) oe oyéon He ta mt_genes,
OHMG 01 S10POPEG OVTES dEV EIVOL TAVTA GTATICTIKG ONUOAVTIKEG OTIG TEVTIEC GLYKPIGELS
nov &ywvav (avOpwnog — yumating, avOpmmog — KovvéM, avOpwnog — movtikt, dvOpwmog

— apovpaiog, AvOpwnog — 6KHAOG).

Ta yovidin mov eumAékovtor oe acBéveieg (Le Pdon v GeneCards) éyovv
YEVIKG TTEPLoGOTEPEG OAANAemdphoels (Le Baon v BioGrid) an’ott ta yovidia mov dev
eatvovtor vo gdmAékovtal oe 0oBéveleg. Avtd 1oyxbel Kol Yoo TNV Katnyopio ToV
mt_genes kot yw tnv kammyopic Tov nuc_genes. Otav & Hog ovykpivoupe TIg
AAANAETIOPAOCELS TV YOVIOI®V TOV EUTAEKOVTOL G€ aoBEveleg, HeTaEy Twv Mt_genes &
nuc_genes, tote doev gheaviletor n deopd vo gival oTOTIOTIKA onpovTikn. Eivot
mBavo Ot o yovidla mov gumAékovion oe acBéveleg Exovv UedetnBel og Heyahhtepn
éktaomn om’ 0Tt Ta Yovidl ov dgv paivovtal vo epmAékovtal oe acBéveleg YU anTd Kot

TopaTNPNONKOV OVTEC Ol SLPOPEG OTIG TPOTEIVIKEG OAANAETIOPAGELS, OlX®OC O HMOG VoL
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vapyet o Proroyikn Paon yio avty ™ dapopd. [pokeévon va amokAelotel avtn n
nepintoon, Bo mpémer va ypnoilomomBodv HOvo aAinAemidpdosg and mepdplata
HeydAng wAipoakag (high-throughput) kot vo omoxielctobdv oAANAETIOPACELS OV

TPOEPYOVTOL ad 6TOYXEVHIEVE TEpdpata og Eva yovidwo (low-throughput).

Ta yovidia mwov euniékovtar e acBéveleg Exovv yapmAidtepo dN/AS oe oyéon He
To yovidla mov dgv gpmAékovion oe acBévelec. Avtd 1oyvel Yoo TV Katnyopio ToV
mt_genes (~14% yauniotepo) ko Yo TNV Katnyopio Tev huc_genes (~20%
YopMAGTEPO). OU®mG, dev LVITAPYEL OTATIOTIKG onHavtik) dwapopd oto AN/AS peta&y
mt_genes & nuc_genes mov eUmAfKoviol oe 0c0éveleg, o kapia amd TG TMEVIE

GLYKPIGELS.

Me Bdon to avotnpd kpufplo. mov OBécape yioo v avdbeon opBOAoywV
aKoAoLOIDY, TO TG OpioTNKAV TO UITOYOVIPLOKE YOVISLO TUPNVIKNG TPOEAEVLONG OAAL
Kot 7o Teg vroroyiotnke to AN/AS amd v Ensembl, dev mapoatnpribnke Oetikn emhoyn
(positive selection) ota mt_genes (pe €&aipegon v ovykpion avBpdmov - ypmotln).
Edv o€ éva yovidio éva Hépog tng akorovdiog tov veiotatat Oetikn emhoyr (AN/AS > 1)
Kot éva GALo Hépog Tov veiotatar apvntiky emthoyr (AN/AS < 1), eivon duvotdv to
yovidio cvvolikd vo. epeaviCet AN/AS ~ 1 kot va pnv evtomiotel 1 Oetikn emloyn.
Emopévac, dAleg evarlaxtikég PéBodol vroroyiopov tov dN/AS ya kébe kwdikdvio
Eeymplotd Oo mpémet va emleyodv o€ Hio. HeEAAOVTIKY avaivon (.. amd Hio ToAlomAn

otoiylon He apketéc opBoLoyeg akoAovdies).

Ot mporteivikég aAAnAemdpacelg avédelEav Eva aptBpd yovidiov Tov oroiwv Ta
TPoiovVTa, aAANAETIOpOVV dpeca e kdamowo and 11§ 13 TpwTeiveg mov KOAIKOTO10UVTOoL
oto Mt-DNA, 6 Hog dev yapoktnpilovior ®G Hitoyovoplokd eUTAEKOHEVH GTNV
Fovidwokr; Ovtodoyio. Avtd eyeipel ep@OTHATIKA €ITE ©OC TPOG TNV TANPOTNTU TNG
Fovidwokng OvrtoAoyiog eite ®g mpog TV modTNTA TOV OedOUEVOV TPOTEIVIKOV
aAnAemdpdoemv. Xe P HeAlovtiky Hedétn Ba mpémet va ypnoioromBolv ekeiveg ot
aAAnAemidpdoels mov €xovv aviyvevbel mepiocdtepeg amd Hio QOpES, OEOOUEVOL OTL
KAmoleg texvoloyieg eleovilouv LYNAO aplOUd yevdds Betikdv amotelechatov (..

yeast two hybrid).
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