["evetikn, BionAnpo@opikn
Kdai ovronovyia:

Ao tov yovaturio otov (paivotrvrio

I'edpyrog I'kovtog

Tunua Ievetikig,
I'Navemotriuio rov Cambridge

MPOAOIOZ

onpaviikGtepog iowg oréxog KdOe Bioiarpikrig £pevvag eival n kara-

vénon tov popiakot vnéBabpov g avBpodmvng acBéveiag. Kdu

1éto10 o¢ 16eatég ovvOnkeg Ba e§icwvdtav pe tn cvoxérion piag
opddag ovumepdreov pe nAfipog nepiyeypappéves Biodoyikég Siabikaaieg,
4érov kGBe popiakrn ovidinta kKAB@S xar o1 ox£oelg Touvg eival yvworés. Mia
1éro1a yv@don 6x1 pévo Ba obnyolioe ot véeg Oepaneieg, ahnd ka1 Ba enéipene
oug 1ién vndpxovoeg va xpnoiponombodv anoteneopanksiepa. Mia téroia
avtiAnyn tng vnokeievng Biodoyiag Ba oSnyovoe otn Bedtiwon ng vyslovopt-

Khig nepiBaiyng.

Me mv kaAdtepn katavénon tng aitiag, g enibpaong, dAAa Kai1 Tov anote-
Aéoparog, n vyelovoulkh nepiBadypn pnopei va sondoel akpiBodg otnv xarad-
AnAGtepn Bepaneia yia kdBe pepovapévo aobevi pe §6o noAd ovvageis

ouvvéneieg. Kard npdro Adyo, otidzel omv RaAGIEpn Katavénon t@v BepeAio-
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S8dv Bionoyikav Siadikaocidv nov npokadobv v acBéveia, evd, péow g
HENEING TOV MEPIOTACEMY TV PEPOVOUEVOV aoBevav, odnyel otnv kKahvtepn

avtiAnyn tov BioAoyiko( nhaiciov péoa oto onoio spgavizetar n acHéveia.

Eivai npogavég éu omnv iatpikii Sev vndpxouvv ohikég anavurioerg. [ToAAég
Oepaneieg efval anotedeopankég oe §va pové pépog 1ov nAnBuouos Kar o
Siagopenki kAfpaka. “Evag and toug BaoikSiepovg Aoyols autédv tewv Siago-
pAV €yKeltal oto YEVENKS LAIKG tov kdOe aréuov — oto obvoho Sndadi teov
VEVETIKGOV MANPOQOPIEV i adA1kg otov yovdtund tov. Oa eival obviopa texvn-
14 g@IKI n ypriyopn Kal Pe Xapnié KGotog xaptoypdenaon 1ou nNARPoLS yovo-
twnov onoiovdhinote pepovopdvouv arépov — aflodoydviag 6xi1 pévo va
Hepovapévo yovibio, dida xiiddeg yovidia tavtéxpova. Qotéoo, avtri n £8a-
ToMIKeLHEVN yeveukn yvdon Ba anoBel xpriomn pévo av ouvvodeutel ané avé-
Noyn vnoSour, n onoia va pnopei va CUOXETIoE! ALTA TN yvdon pe v eAdo-
xevovoa Biohoyia g acBéveiag. O mo anoreAeouatKksg 1pGIog yia va Mrev-
x0¢f évag 110106 orondg efval péow twv SeSopévav nov cuANéyovtal and net-
pduara nov NPayparonootvial XpNoIMONoIAVIAS Opyaviopous, n HEASIN v

onoiwv pnopef va anoreAécel poviéno tng avbpdmung acBéveiag.

EIZArQrH

H onpavikétepn anaocxéinon 1ov yevenotdv efvar 1t akpiBaog kdvouv ta
yovidia, 6nAabni nola sival n Aertovpyia KGOe pepovepévov yovibiov péoa oto
nAqiclo evég oAGKANpoL opyaviopoy. Yndpxouvv nohhof 1pénol pe tovg onoi-
ovg §vag YEVETIOTAG pnopel va avakaAvyel tn «Asrovpyia» evdg yownidiov.
Autég o1 1eXVIKES, eite eival OXeNKES pe avanvoeig Siaypaeprig yovidiov, neipd-
pata RNAI, texvikég vnepékgpaong, 1i dAAeg 1exvikég, akohovBolv pia orpa-
tnyikiA nov gival ovolaotikd idia: petdAadn evég yovidiov kar naparfipnon tov
@avotumkoy anoteAéouarog tng YEVEUKNIG arAayig. Me dida Adyia, ovoxén-
on 1oL YovSTLIIOL EVAG OPYavIGHoU PE Tov @avdtund tov — nAadn ta opard
@LOIKA 11 Bioxnpikd xapakpIotKd tov, énwg avtd kabopizoviar and tov cuv-

Svaopé 1oL yevetikob LAIKOU Kal TV NePIBAANOVIONOVIKAV EMPPORDV TOUL.
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[ToAAég peraMAGEelg €xovv oaQeis @avotumKEG CUVENEIEG, IO CLYKEKPI-
Héva em@épouv EMMAOEIS, SN®wg addaysg otnv ep@dvion evég opyavicpoy.
INapadeiypatog xdpn, pia peraddayni oe éva avBpdnvo yovibio nov kwdiko-
noief 1o gvzupo wpoovdon npokahel 10V @avétuno Tov anpmviopoy, ue dAha
Adyia, TNV anovoia XpWOotKAg ovoiag and 1o S€ppa, ToL TPIXWIOY TOLV COUATOG
Kal ta pdna ov acBevrig. Puoikd, o1 yeveuorég Sev pnopotv neipapankd va
npokaNéoovy téroleg PetandSelg otovg avBpnoug, unopotv SUag va TG £ril-
@EPOLY OE OPYavIoUoUs, Gnmg Ol MUYeS Kal 1a noviikia, n HeAEN TV ONnoiwv
sivar uvarév va xpnoiponoinBsi g poviého yia m Asrovpyia yoviSiov orov
GvBpano. Eni tov napdviog, Sidgopa neipduara nodt peyding KAjlakag Aap-
Bdvouv x@dpa o avtolg ToVg OpPyavIoHoUS KAl CIOXEVOLV OINV CUCTNHMATIKA

perdanadn Shwv 1oV youidiov Tous.

Agv eival Gpmg pGVo ApKETH n QAIVOTLIIKA NEPIYPAPr AUIAV TV HETaNAa-
yav, eival anoAvtwg avaykaio aviég ol nepiypageg va avurnpoomnevbovv pe
ouvvéneia og vnodoyiotkd cvoripara Siaxeipiong, Kal va CUCXETIOTIOUV UE
GAAeg 1816tnteg TV yoviSinwv (M.X. TN @UOoN 1oV NPGIEIVAV TOLg, TOV XAPO Kal
TOV XpGvo Mov ek@pdotnkav KiA.) mov anaiei pia cvotnparnkn pébodo nepi-
YPaQnig 1@V peraddaydv, cvonpaikn vnd mv évvold 6t n yAdooa nov xpn-
OIJOMOIEfTal yIa TV NEPIypa@n efval eneyxSpevVn Kal 6Tl O MEPIYPAPES avTl-

npoomnedovial pe LIoAoYIoUKd Katavontd tpdro.

H NMAPOYZA KATAXTAZH

H npdobog otn yeveukn v tehevtaia dekaetia eival eknAnkuxki. H oxe-
86v ohokrAnpmpévn xaptoypdenon tov avlpdnivov yoviSiduarog kai 1oV
dadev poviédav, pag anokanvmel éu 1o «B1BAio tng avBpondintag» sivai
aképa mo Bavpdoio ka1 puotripio an’ 6,11 nponyovpévag Bempovoape. Ta
npara neipdpara pag anokadvmouv/ Seixvouvv 6t 1o avBpdmvo yovidiopa
Karéxel €va e§alpetkG KATAOIATIKG TRV ANAIOVHEVOV NANPOQOPIAV yid TNV
avBpemvh avdrugn, @uatodoyia kar e§éni€n. ['vepizovpe ma éu vndpxovv

nepinov 30.000 pe 40.000 yovibia, évag apiBudg nodd xaunAdiepog ansd tov
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avapevépevo Kar UéAIs Svo @opég peyadltepog and tov apiBusd yovidiov
noAS anNoVoTEPGV OPYaVICH®V, ON®S Ta OKOLAKIA Kal o1 HOKNTeg. Auté rnov
oradiard anokanvmetal gfval 1o yeyovég 6t noAAd yovidia otov avBpdmvo
opyaviopd aiveral va naipvouvv pépog omnv opydveon g Asrtovpyiag dAN@V
yowibiowv Snpiovpydviag, €ral, nepindoka Siktva yovibiov, n HeAén tov onoi-

v anotehei Baokn avdykn.

Q¢ anotéAeopa, vdpxouv gpyaoctripia Kai npoypdupara peydAng KApakag
oe naykéopio eninedo [1, 2, 3, 4, 5, 6] nov avadapBdvouwv e€ovuxioukés €pev-
Ve yia va emrdxouvv vy niéov anapaitnin €1g BdBog karavénon 1wV oxXE0E@mV
ka1 Saikaoidv nov ovpperéxer K4Be yovidio. IToANd and avrd ta npoypdupa-
1a €x0LV OKoMNG Tn CLOTNUATIKN PETdANaén SAGY TV YoVISIGOV TV HOVIEAGY

OPYAVIOHGV KAl TNV KATAypa@ni TV QAIVOTLIMIKGY anoteAsOUdIav Ing.

Agv gival SpOS apKeTi HGVO N PAIVOTLIIKA NEPIYPAPH QLIAV TV HETANAa-
y&dv, apot efval anoAvtwg avaykaio auvtég ol neplypages va CUOXETIGTOVY UE
dnneg 1816tnTeg 1OV yoviSiov (M.X. n @UoN v NPOILivey TOVg, TOV XAPOo Kal

oV XpGvo NMov EKPPACINKAvV KIA.).

H ENMOMENH MEI'AAH NMPOKAHZH XTH FENETIKH

Avtég o1 npoondBeieg obtiynoav otn Snuiovpyia evég tepdotiov apibuos
Biooyikdv Sedopdvav nov avfdveral ekOetikd. O apiBuds avtdv 1wV Sedopé-
vev sfvat pdhiota 1éoo peydhog nmouv pag €kave va apxizovpe va cvveildnro-
notoGye St n nAnpogopia eival, katd npdro Adyo, téoo afidmorn 6co ka1 n
nnyti an’ énov npoépxetai Kai, Katd ebtepo Adyo, Su and povi tng eival oxe-
86V pn ekpetadAevoipun. ZuVendg, eival avayKkaieg o1 LIONOYIOUKES VIIOSOUES
nov Ba pag emrpgnovv v avazinon, v avddvon, dAda kai tn oUykpion

auUTAV TOV NANPOPOPIAV.

Ta tedevtaia €61 én éxer onpeiwBei 181aitepn npdodog omn xprion 1wV
Sounpévav eheyxdpevav Aeitoyiov (ywvootd wg oviodoyieg) and ug Bdoeig

Se8opsvav HoVIEAGV OpyavioU@V yia TNV avilnpoo®nevon Kai anobrikevon

156



TENETIKH, BIOTAHPO®OPIKH KAI ONTOAOTIA. ATIO TON [ONOTYIIO STON PAINOTYIIO

BioNoyIK@V MANPOPOPIGV HE ANOTENECHA Ol ONUAVIIKGTIEPES ané avtés, annd
kal MoAAd and ta peyding kAfpakag npoypdppara yeveuk@dv petaridemv va
Xpnoiponotobv omv oviodoyia yoviSiov, yvaori wg Gene Ontology (GO) yia
TNV AQVIINPOCKIEVLON AEMOLPYIKAV YoviSIaKGV «1S10Thtev» Pe 800 onpaviikég
ouvéneies. H npddin efvar 6 ta §e8opéva efvar ma npooitd ce LIONOYIOTIKEG
ueBS8oug, dnwes BeBaidverar and m peydin xprion 1wv GO oxoMaopdv yia
v avdivon, napadeiyparog xdpn, microarray Sedopévmv, kai n 8ebtepn Su
vndpxel, TOLAGXIOTOV O€ AUTGV TOV NEPIOPICHEVO TopEq, wia de facto evompd-
1won avidv 1wv Sebopévav and évav peydro apibpd Sidonaprwv Bdoswv
8ebopgvav. O ovvdvaouds auvtég npokdheoe 181aitepo evBiapgpov evidg g
Row4Intag yia tnv enékraon avtoV Tov HOoVIEAOL Kal 08 GANES YVWOTIKES
neploxég, Snwg omv oviohoyia akonovbiag (Sequence Ontology) nmov xpnaot-
ponoteitar ané Sidpopeg Bdoeig SeSopdvav yia thy avinpoodnevon akohov-
B1dv, aAAdG ka1 v ovtodoyia avaropiag nov eivar ave§dpintn cLYKERPIPEVOL
opyaviopol pe ouveneia mv evowpdioon Sedopdvav ané Sidgpopovg népous.
Zug apxég tov 2003, o Ashburner ka1 o I'kovtog npdtevav v avdmuén evég
£VVOI0NOYIKOU MAAICIOL yIa TV avoINpr AVINPOCHIELON TV PAIVOTLIIKGOY
SeSopdvav odnydviag otn Snpiovpyia evég evvoloNoyikol HovIEAOL nMov
anoxkdheoav ovrodoyia @aivétunov kKar yvepioparog (Phenotype & Trait
Ontology - PATO).

ONTOAOTIIA KAI PINOZOPIA

H ovrohoyia wg kAGSog tng pinocogiag sivar n emotripn nov efetdzer v
vnéotaon 1wV Siapdpav e18®V Kal SOP@V TV aVIIKEIPEVOY, TOV 1810THTOV
10U¢ KAD@DS Kal TV OXE0EV Tovg ot KAOe Topéa tng npaypaukséntag. Qg
6pog, npoepxGuevog and tnv eAANVIKN yAdooa, Snpiovpyribnke 1o 1613 ave-
Edpnta and 8o @inoadeoug, tovg Rudolf Gaockel (Lexicon philosophicum)
ka1 Jacob Lorhard (Theatrum philosophicum), evé otn ¢@idocogia ouvriBug
anotelei tn peA€in g vnéoraong twv Sidgopav 186V Kal SOUGV 1OV avIIKE!-
Hévav, 1oV 18100V TOLE KAB®S KAl TV OXECEDV TOLg Ot KdBe topéa tng

npaypatkéintag. H évvora tng oviodoyiag xpnoiponoleitar ouxvd ané touvg
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PINOCSPOUS WS CUVEVLLO TV HETAPUOIKAV, EVGS GpOL MOL XpNoIpononion-
Ke ané 1ovg Np@Iovg padnrég tov Apiototéin yia va avagpepBoibv o avtd nov
o ibiog o Apiototéing anokadovoe [Npatn Pirocogia. H ovtohoyia aoxodeftar
HE 10 Tt vndpxel i kAAGIepa v €vvola tng Vrapfng, eved oplopgveg QopEg
Katd [ia yevikGrepn vvola Npayparevetal th HeAETN Tov T1 Mopei va viidpxel.

Zn @inocopia €xel ToLAGXIoToV TE00EPIS KaDIEpWUEVES EVVOIES.

Tnv ovtodoyia vné v kaBapn @INocoPIKh §vvola (mov aoxoAeftal pe 1o
yiati vndpxel kdu and 1o va unv vndpxel tinota), nv oviodoyia ®¢ ToHgag
yvdoewg nov acxodeftar pe ta @iocoPikd npoBAripara 1wV oviotdtwv, mv
oviodoyia wg KAGSo nov npaypareveral tn PeAEIN 1OV ANMOTEAEOUATOG NG
ovrohoyiag wg Topéa yvdOoEwS Kal, TEA0G, TNV £QAPHOOUEVN EMOTNHOVIKA
OVIONOYia MOV EMKEVIPAVELAL 0N PEAEIN VGG OUYKEKPINEVOL EMOTNUOVIKOU
topéa yvooewg nov efetdzel 1 vndpxel omv npaypauksmta. O teAsvraiog
topéag xwpizetar otnv oviohoyia wg Bewpniikd kKAGSo mov napéxer wa nepi-
ypaeh 1ov npaypdrev nov vnotibetar 611 veioraviar obupmva pe pia 18iaitepn
Bewpia, dAda nov Sev eivar avaykaio va efvar aAnBiva ka1 otnv ovrodoyia, wg
vgiorduevo KAGS80 nov acxoeital PE ToV NPayuauks KGopo AV v vnap-
XOLORV oVIOTHI®Y 1oL npoodlopizovial and pia 1eAsing nAfipn e@appoopévn

oviodoyikh Bewpia.

ONTOAOITIIA KAI MTAHPO®OPIKH

Avubérawg, n ovtodoyia otnv nAnpo@opikn £xel pia Siagopenki Kal ndpa
oAV npaxukh onpacia. To Ae§iké tov Webster opizel tnv ovtodoyia omv nin-
POPOPIKN ®G:

«{1a Karnyopionoinon SA®V ToV ONHAVIIKOV KATNYOpIdV AVIIKEHEVOV 1

gvvoIdv nov vridpxouv oe Kdrnoio topéa yvoong cupnepidapBdvoviag kat

ug avaperaly toug oxéoels. ‘Otav eival nAipng n ovroAoyia anotedsi tnv

Karnyopionoinon SAwv 1OV eVVoIdV o€ KGNolo topuéa yvadong, CuUNepl-

AapBavopsvev TV aviKeNEVeOY Kal TV 1I810THToV toug, Kad®s Kal TV

Astovpyidv nov anarrovvral yia va ta kabopicovv niripemg. Mia aniov-
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orevpgun oviohoyia pnopei va nepiéxel pévo pia 1EpapxIkn tafivépnon nov
napovoidzel 1§ oxéoelg petadl twv evvoldv nov nepiéxel. Mia oviodoyia
unopef va aneikoviotel og Hia Oewpnuki ypa@ikni napdortaon pe tovg K-

Boug kai 1a t6a nov avunpocmNEVOLV 1A AVIKEIEVA KAl TIS OXECEIS».

Zopgpava pe tov opioud tov Webster n oviodoyia efval pia cvotnpatkni
Katavopr, Karnyopionoinon twv €vvoldv, 1€papxiki ta§ivéunon KA., evéd
obupawva pe tov niéov SiadeSopévo opiopd tov Gruber n ovtodoyia sivai
évag pntdg Kal TUMKGS op1oudGs piag evvoloNoyikig avAAnyng. “Erot Aoindv,
orov topéa tng Texvnig NonpooGvng ardd kar tng (Bio)nAnpo@opikiig, n
ovrodoyia naizer évav nony onpavilikd podd e§LNNPEIGVIAg TIG TEXVONOYIKEG
avdykeg ekPerdAAevong g nAnpogopiag. Zuvenag, ouxvd avapepSpacts o
Hia opodoyia Saveiopévn and m @iocogia nov Sev anotedei ma Bewpia
énwg otn @iiocogia, dia gvav opiIoud pIag EVVOIOAOYIKAS OUAANYNG Mov
AnOoKOMEl OtV avunpoo®neLon g nAnpoopiag. Avté Suwg nov yiverai
oLVEX®GS Gx1 povs emBupntd, dAMa Kal anoAvtwg avaykaio kard tov oxedia-
opd g ovrodoyiag, sival n avdykn ekpetdAdcvong Baoik@v apxav npooap-
poopévav and TNV eQApHOoUéVN eMOINPOVIKY oviohoyia. ALIES o1 @rAocopi-

Kég apx£g Ba pag BonBricouv otnv opydumon Kal eKPETGAAELON TNG YVOONG.

ONTOAOTIA KAI TENETIKH

AapBdvovtag vnéyn tnv 1otopia tng £pevvag oTov TOPEA TNG YEVETIKAG TV
tefevtaiov 50 etdv, n cupBoAr Tng @aotLINKAG avdAvong TV YEVETIKAOY
peradAd€ewv €naife pdto zotikAg onpaciag omv karavénon g opalrig Aei-
tovpyiag twv yoviSiov kabdg o1 @avortunkés avadboelg piag petdddadng,
aAAd ka1 ToV oLVSLACHGY TOVG, MPoadiépicav 6x1 Hvo tov BloAoyikG okond
OV HEPOVOPEVOV YoviSiov addd kai tn Asrtovpyia obvbetov Biohoyik@v Sia-
Sikaoidv. Eviovtoig, €xouv vndpéel, pe endxioreg e§aipgoeig, noAs Afyeg opya-
vopgveg npoondBeleg ovortnparonoinong g NeEPypagig tov (pmvownma’w
nANPOQOPIV, AKGHN Kal 08 NOAY KaAd HeEAEINPEVOLS OpyavIoHoss, Srmg M.X.

 §poodpuiia.
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H nepiypagri ka1 aneikévion 1oV @QaivoTLUNIKGV MANPOQOPIAV NApovoldzel
éva tepdotio evvoloNoyIKG Kal MPakukG npéBinpa yia noddouvg kai Sidgopoug
AGyoug Servdviag and 1o yeyovsg Gu o1 @aivétunol unopovv va nepypa-
@oUv ot noAAd Siagopetkd enineda, and 10 kuttapiké &g mv e§fraon evdg
nAnBuopot. To éu naparnpovvial ka1 Kataypdgovial pe Sidpopeg pebédoug
Kabdg eniong 10 éu kabopizovral (TOLAGXIGTOV OINV KAAOIKK YEVETKA) HE
nebobotoyieg xapnnnig anédoong kar nepiypdgovral o un Sopnpévn enetiBe-
pn pop@ni. ZuviBwg, n oVIoNOVIKN Neplypa@ri evég @avétunov cuvdéetal pe
pepovepgveg Bdoeig SeBopévav kai €xer e€ehixBei pe e§aibikevpdveg pebodo-
Doyieg nov kadvmovv Siagopenkés avdykeg. Evvolonoyikd, n nepypagri tov
pavétunmv anaitef 1ovg ovvdvacpovg opboyviny oviodoyidv He th Suvard-
Nta oLoXEUong NnapaySviev avdhoya PE TG MEIPANATIKES TIMES. L& MPAKIKS
eninedo, edv ta Biohoyikd SeSopéva npdkeral va avanvBotv vrnohoyiotikd pe
anoteAeopankd 1péno, vndpxel avdykn yia ovvénela perat v ekQpdosmv
nov xpnaoiponolobvial and S1aPOoPETIKEG GAIVOTLIIKEG NEPIOXEG KAOWS eniong

Kai ané S1a@openko’s opyaviopovs.

H avupestédmon avtot tov npoBaripartog eival, evioltolg, avaykaia kai eva,
akdun kai npv andé péhig pia Sekaetia, €vag epevvntrig nov epyazérav omn
VEVETIKNA Tou avOpdnou 1 Tov NovikIoy pnopodoe eGAoya va ayvorioel 1§ @ail-
VOTLMIKES NANpoopieg OXeUKES Ue, napadeiyparog xdpn, m §pocdeuiia,
avté Sev 10x0el nAgov. Av pag 6ibafe kdu n e§éMign tng yeveukinig omnv avdiv-
on 1wV S1apdpwv yovibiopdiov Kal pepovauévav yovidiov eivar éu ndpa
noAAEg obvBeteg Biohoyikég Sradikaoieg eival moAv napSpoleg Kal XpnoIorol-
obv 1g i81eg npwieiveg, o noAv Siagopeurovg opyaviopous. Aiyol, evBexops-
vag, Ba eixav npoBidyer 8€ka xpdvia npiv 6t ta yovidia nov, yia napddeiyua,
neprapBdvoviar otnv avdmuén twv o@BaApdv i1 ng kapdidg, o SpoodpuAa-
Aa, 6a nepirapBdvoviav eniong otig iSieg Siadikaoieg kar ora Ondacukd fi du
n avoooNoyIKA andvinon 1av eviéuev ota naboyéva kat n ofeia avocoloyikni

andvtnon twv OnAactuk@v sival opéhoyeg Siadikaoisg.

H ouvvéneia tov npoavagepBéviog eivar éu Shot o1 Bioiarpikoi epgvvntég
xperdzovtal eVKoAN Kai cvotnparonompévn npéoBaon oe QAIVOTLMIKES MAN-

po@opieg GAAV TV HOVIEN®WV opyaviopdv (kar e8¢ nepirapBdvouvpe kat tov
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GvBpwro) pe n Suvardinta Siatdrimwong epoinpdrov, énag yvia napddeiypa:
AapBdvoviag viéyn notor gfvar o1 @avétunot v petandfemv anAniSpop-
Qwv yovibiwv evég yovibiov nov ekgppdzetal atov opyaviopd A kabdg kai
évav gavéruno, n.x. vneprpogia g KapSidg, kai noleg PetaAddfeic anAnAG-
HOPQ®V Yovibi®v Og OMoloSAIote OXEUKS opyaviopd €xouv Tov id1o gavstu-
no. Eival ma cagég 6t o pévog 1pénog pe tov onofo avti n anainon punopsf
va kavonomnBef eival n auornpri aVIINPOo®IELON TWV PAIVOTVIIKGOV MANPO-
@op1dv Soov agopd tn onpaciodoyia auvtrig ng ansikéviong. Kartd ouvvéneia,
n npdkAnon sival katapxriv ot Snpiovpyia evég Sounpévov eAEYXSHEVOL
Ae§iAdyIoL yia TV aVIINPOCANELON TWV PAIVOTLIIKAV Sebouévav péoa oro
nAaioio 1av Bdoswv SeSopdvav poviéhowv opyaviopav, kabog kar otn kabig-
paon tng xpriong aviot tov As§ihoyiov yia TNV €monpei®on Npaypatkov

Sebopsvav.

O1 oviohoyieg anotehobv onpaviiké HECO yia TNV aneikévion BioAoyik@v
nAnpo@opidv and tov Kaipd tov Linnaeus ka1 pe m oxenkd npdogarn epgd-
vIon tng oviodoviag Temv youibiv (Gene Ontology GO) 10 2000. Autég ot
TEXVIKEG auotnprig S1EVKPIVIONG TV ONPAcIONOYIK®Y OXEoewv Metasy opiopdv
€xouv yivel mpdrouna mov Xpnaoiponolotvial yvid tn vnootipi§n g avunpood-
MEVONG NG yv@ong orov topéa tng yeveukng. O1 1epapxIkEG ovioNoyieg
@uhdooouvv g nAnpogopies yia t Souri pag 161afiepng yVOOTIKAG NEPIOXAG
pe noikidouvg BaBuovg Aermopépeiag, enitpénoviag kard ovvénela, v evowpd-
TWON TV EVVOIDV KAl TV NEpIypapdv ot Siagopetikd enineda Sidxkpiong.
Avti n npooéyyion anotedei n Bdon véwv pebédav vrodoyioukrig avdoup-
ong Biodoyikédv mAnpogopidv. Mia Sikarohoynpévn epdtnon efvar yiari va
XPNOIHONOMICOVUE Hia ovioAoyia Kar 6x1 pia ogipd and anocuvdeSepsvoug,
TLIOMNOINUEVOLS OPICHOUG, Snwg avtof napéxovial and €va eneyxépevo Nell-
AGyi0; Ta nAsovektipara tng Xpriong ovioAoyidv €XoLV LIIOOINPIXIE] EKTEVAS,
addd o kUp1og Adyog eival 6u o1 ovrodoyieg npoonabotv va cuAddBouv v
akpiBii évvola 1wv Gpwv, pe Tpdéno nov pnopef va ivar vnodoyioukd skperan-
Agboipog kar ovpnepinapBdver tnv avtoparonomnpgvn Aoyikh cvvaywyt

OULUNEPACUGTIOV, TV TUMIKA CLANOVICTIKY, TOV €heyxo ovvénelag KA. And
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oKorid NG QAIVOTVIIIKAG yveong, O onpavilkotepog napdyoviag ivar n avd-
ykn ouwwSuacpol NANPePoPIGV ané 51aQOPETIKEG PAIVOTVMIKES ENIONUEINOEIS
i and Siagopenkrd npwrékonia (BioNoyikég Sokipaoies), KabBdg eniong Kai g

oxgoeig perady toug.

H nepiekukSiepn npoondBeia angikéviong QAIvVOTVMKOV NANPOQOPIDGY
Héxp1 onpepa, eivar n oviodoyia @aivétunov v Bndacukdv vné avdnrv§n
and to Jackson Laboratory nov anokaneitan Mammalian Phenotype (MP), pe
Souri OBO kartaokevaopévn oto OBO-edit, 1o kové epyadeio tng kowdmnrag,
£mTpgnoviag pia 1EpapxIkni Kardradn tov pev Kal 1oV oplopdv touvg. Avtoi o1
Spor nepidauBdvovv gvav ouvSLACHS OVIOTHTWV Kal TIGV, MT.X. 0 KOOIKGG
MP:0001509, nov avuotoixei oinv avauain Bon oduarog, Kai npoo@Epel
IKAVOMOINTIKA, XaunAfg eLKPIVEIAg MEPIYpaAP TNS PAIVOTLIMIKAG NANPOPopiag.
Avutii n npooéyyion emrpénel pia avtiotoixng evkpivelag npéoBaon ot yvédon
nouv nepiéxeral omnv ovrtodoyia, ahdd £xel opiopéva onpaviikd pEIOVERTHATa
napépola pe avtd nov anavidvial otnv oviodoyia yovidiov (GO}, pe rupidie-
po v ave§éieykin Snpiovpyia VEmV OpIoHAV KAl TNV MAPAYK@DVION TOV OXE-
otV NPogNevong Touvg yia v KdAvyn 18iopoppidv. Na napddeiypa, Snpi-
ovpydviag Hévo tovg avaykaiovg véovg dpouvg, auvoSevopevoug and mv
npéoBeon 1oV NocotkaV 1810tV «au§avipevo» Kal «HEIOpEVor, To péyebog
ng ovrodoyiag avdvetrar o tepdonio Babus, evad yia va enmpanef pia cvoin-
Hatkni npoosyyion touv poviéov, eival avaykaia n Snpiovpyia ovvSuvaopdv
ovrotfitwv nov mbavdinta Sev Ba xpnoponomBobv noté. Na npaktkovg
Aoyoug, eniong, Ba npénel va 1eBobv neplopiopoi om Snpiovpyia véwv opi-
OuGvY, pe anotéAeopda, avandé@evkia, va Angbovv mbavév so@adpsveg i
KAKDS EVNUEPOUEVES ANMOPAOEIS WS MPOG TO Mo101 GLVSLACGHO] OVIOTATWV
neptypd@ouv Kanttepa 1§ S1AQopes QavoTLVMKES NApatNPNoeIS.  ZNUEIGVOL-
He €8d 6u n avdmrvén tov MP €yve kat’ auvtd tov 1pdéno, AGY® MPAKIIKGV
avayrev, napépoiwv pe avtdv tov GO kar o1 vietBuvor yia m Snpovpyia
tov givar pépog tov Phenotype Consortium, avamdéoooviag okénipa mv ovio-
Aoyia touvg Katd térolo 1péno Gote va pnopel va enektadei ebkoda obpgova

He To npotevdpevo poviého tov PATO.
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AMNn pia npoondBeia eivar n oviodoyia CLUNEPIPOPAS TV MOVIKIOV MOV
avamxOnke and 1ov [kouvto péoa oto nAaiolo tov peyding KAfuakag evpeonai-
ko npoypdpparog EUMORPHIA. H ovtonoyia avtri Baoizetar oto npotevépevo
povtédo kal anotedef 1o np@ro napddeiypa tov ovvdvaouot wag ave§dprning
ovtooyiag pe 10 PATO (ovvendg tv npdn oviodoyia gawvétonev - PO) kal

eivan vrievBuvn yia v emonpeiovon 600.000 pavorvmkdv napatnpricsav.

PATO - ONTOAOTIIA PAINOTYIIOY KAI INQPIZMATOZ

H ovtohoyia @awotinov kar yv@piouatog anookorel omy napoxn evég
gvvolohoyikob mAaioiov nov Ba SicvkoAvvel ty apoiBaia katavénon kai Sia-
ASITOLPYIKSTINTA QAIVOTLIIKGY NANPOoQopIav SidQopwv £186dv Kal MEPIOX®OV
yvdoeag petalt avBpdnwv kai viiodoyiotdv. H kevipikni 18éa tov PATO Baoi-
Z€Ta1 OT0 YeYyovass 611 01 Qavaéturiol Unopovv va neplypa@ovv o noAAég Sia-
@opetikég Siaotrdoelg, n.x., oe BioxnuikS eninedo («av§npévn napovoia
aAkoONIKNG apuSpoyovdong»), oe Kuttapiké eninedo («Siakonn tng Kuttapo-
Siaipeong omn petdppaon»), oe avaropikd eninedo («anovoia opBanpov»),
oe eninebo ovunepipopdsg («avfnpévn embeurdinta»). Evriovtolg, oe 6Aa ta
enineda vndpxouvv Kowvd Xapakmnploukd Nov eNpENovV v anoctvOeon tng
MAEIOVSTINTAG TOV PAIVOTLITIKGY MEPIYPAPAV o€ Tpia pépn:

— Zmnv ennpeacpévn ovtdinta (entity E) nov pnopef va sivai éva évzupo,

wia avaropikn Sopri A pia obvBetn Biodoyikri Siadikaocia.

- Zug 1&16tnteg (quality Q) auvtiig tng ovidintag.

— Znv tipn avtev tev 181otitev nov unopef va efval nocouxKf 1i MOIOTIKNA.

Ovidinieg: Méoa oto mAaiclo tng ovrodoyiag @aiwvérvnov (Phenotype
Ontology - PO) o opiopdg g «ovidintag» npoépxeral ané pia ave§dpinin
ovtodoyia 1i ma Bdon Sedopsvav. “Erol, n ovidinta avti pnopei va npogp-
xeral and pia ovrodoyia Biodoyikdv Siadikacidv (n.x. n oviodoyia tov GO
biological process), pia 8don npateivik@v Se8opsvav (n.x. and UniProt), pa
avarouikri ovrodoyia (Snwg vndpxel tdpa yia Sidpopa povidda opyavi-

opovg) KA.
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I6161nteg: Autég sfvar o katnyopieg 18iotit@v g ovtémnrag nov Siagépovv avd-
Aoya pe mv ovtéinta. Kard ovvéneiq, pia avaropiki oviémra unopsi va éxel ug
1616tteg thg «OPPRG», TOL «HEYEBOLG», OE HEPIKES MEPUTIATEIS TOL «XPOUATOG»,
Hia NpeIEivIKA ovidmra pnopef va €xel v 1816nta g «otabepdntag», evd pia

Bionoyikig Siaikaciag ovidnta pnopei va ndpet mv 1816mra 1ov «puBPOY».

Tipég: INa onoieodrinote SeSopsveg 1616tteg Ba vndpxer pa osipd enpend-
HEVOV TpdV nov pnopolv va efval andAuteg i OXeUKEG Kal pnopodv va
ekppactolv pe Sidpopeg Sebopsveg enmpendueveg povddeg. H 181étnta tov
xpoparog Ba pnopovioes va ndpel TIPEG, 6nwg «donpo | pavpo | yKpl | KOKKI-
vo |...», jia avaropikh Sopn va €xel v 1816tnta tov «ueyEBoug» pe TIPEG,

6nwg «ueydho | JIKPG» A anGAUTeEG TINES «2 XIA.» KIA.

H ovrohoyia 18iotiteov ka1 npédv (og pépog tov PATO), n onoia Bpioketan
omnv 1otooehiba tov Open Biological Ontologies, nepitauBdver 1.562 Spoug,
ka1 o ovvSvaopdss tov PATO pe ug ave§dprinteg oviodoyieg (n.x. tnv avaropia)
ka1 ug Biodoyikés Soripaoies anokaneftar ovionoyia gavétunov (Phenotype
Ontology - PO). To puoviédo autd éxe1 epappootei ue peydin emruxia oe neipa-
pauké enineSo oro nhaioo tng FlyBase (P. Drysdale, pers. comm.), tou FIN tn
B8don &ebopévawv tov poviédov zebra fish (E. Segerdell, pers. comm.,
http://www.cs.uoregon.edu/ ~ eriks/Documents/ZFIN_PATO _trial data.htm) ka1

tov MRC (I'koUtog pers. comm.).

Baowri Oviodovia PATO
{ouyexppgvov opyaviojiot) {avegGprro opyaviouod)
avaroyfa, nafodoyia
ovpnepipopd, KA.
B Owviémma (E) Bi6mta (Q)
Zxnipa 1.
Evvorodoyiké povrédo
tov PATO. davorvmkés Xapakripag
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To gvvoiodoyiké poviéno tov PATO ouvvdudzer ug Baoikég ovionoyiceg,
OULYKEKPIMEVES KANOI0L opyaviopot m.x. avaropia tng Apood@uida, avaropia
TOL MOVTIKIOU KIA. Kal nov Kabopizouv TIG OXETIKEG ovIdInteg, e Thy oviodoyia
tov PATO, nov ovAéyel SAeg TG 1816Tnteg nov naipvouvv HEPog o€ HIa Pavo-
TUMIKGA éK@paon Kai 1o onoio eival ave§dpinto onoladrinote opyaviopoy. Ano-
KadoGpe oV ouvOuaoHs avtev v 800 «@AIVOTLNIKG XAPAKIApaA», Mov Ox1
pévo efvar 1IKavég va Snpiovpyel QAIVOTUIMKES OVIOAOYIEG GUYKEKPIMEVOL
opyaviopot, GAa iong KupiGtepa emIpEnel pia Kown @avotvmkn niar@épua

perafi Sidpopav opyaviop@v.

To poviédo tov PATO enmpéner tnv aneikévion tov 1pdnov nov avihap-
Bavépaote tov BiohoyikS KGopo, Kataypdoviag naparnprioeig piag Biodoyi-
KNG Mpaypatikontag o€ pia CUYKEKPIPEVN XPOVIKN ouyun, dnwg, yia napd-
Setypa, 6u ta noviikia €xovv Kkdnoio Bdpog 11 61l 10 XpAHA TGV HATIGV TNG
Spoadpuiiag sivalr KGKKIvo 11 611 1a dropa nov ndoxouvv ané diabritn gxovv
aveBaopéva enineba oaxkxdpov KA. Ané aviég ug naparnpricelg e§dyovpe
Kdnoleg otafepés ka1 anoikoSopovpe S1dpopoug Touels yvdoewg kabdg kat
oxéoeig avaperali tovs. Na va nepiypdypovpe tovg Sidpopouvg aivorvr-
KoUg xapaktipeg ovvSudzoupe ovidinieg npoepxdueveg and 1§ Sidgopeg
Baoikég oviohoyieg, Onwg TV avaropia Tov NOVIIKIOU, Tng §poad@IAag KIA.
pe 1816tnteg npoepxdpeveg and 1o PATO, dnwg 1o Bdpog, 10 xpdua, tn

ovykévipwon ([Tivakag 1).

IMivakag 1. [NapaSeiypara Snpiovpyiag @avorvmkdv xapaktipav Bdon tov
PATO.

Pavorvmka6g Ovténta 1616tnta
Xapakrtiipag
Bdpog odparog avaropia MovIIKIoV: odua PATO: 8dpog
XpAOHaA patidv Avaropia Apoodgihag: PATO: xpdpa
o@Banpég
ovykévipwon yavkézng  ChEBI: yAuvkézn PATO: ovykévipmon
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MPOZ TH AHMIOYPTIA ENOZ ®AINOTYIHIIKOY
ZHMAZIOAOTIKOY IZTOY

Yndpxovv Sekdbeg x1uddeg yovibia ral 0 apiBuds 1ov mbavdv anAnAe-
Sapricewv perai toug efvar tepdotiogs. H pibpion tng petaypaepric kai perd-
@paong, 1a positive ka1 negative controls, ta upstream ka1 downstream effects,
Kal 1a redundant systems anoteAovV IpSnovg He Toug onoiovs ta yovidia prno-
povv va anAnfem8pdoouv Kal §va peydho Koppdrl tng §pevvag otn YEVETKA
anotedeftar ané npoondbeieg oLvykEVipwong T€1010V £{80V¢ NMANPOPOPIADY.
Autd 1a obvoda Sedopdvav eivar peydna kar obvBsta kai, npopaveg, anai-
o0V Kann Siaxeipion KABMOG Kal KAAd AVEMTUYUEVOUS KAl OTOIXEIODETNHEVOLG
1pdnovg raraypa@ng, Sekivaviag ané 1o epyactnpilaks eninedo. Yndpxer
Spwg évag mo avaykaiog Adyog via a e§eypévn Siaxeipion nAnpo@opidv,
népa 1V avayrev onolacdinote ave§dptning epevvnukiig opddag, kar avtég
eivar n avdmuén tng Biohoyikrig épevvag os ovhhoyikS eninedo. O1 npoond-
Oe1eg pag, péom tov OBO [22] ka1 tov CBIO [23], anookonotv otn Snpiovp-
yia piag onpaciodoyikrig vnodourig Baoiopgung oe Hia OVIONOYIKA AVIINPOoH-
MIELON NG YVOONS pag, nov Ba cvvodevetar ané ovvenri nepypagn twv Bioia-
TPIKGOV AMOTEAEOUGI®OV Kal Melpapdtov, onpaciodoyikn Siaderrovpyikétnia
10wV resources, Grid vnoSopgg yia n cvAdoyr, oxoMaoud, anoBrikevon, avd-
Avon, npéoBaon kair ovykpion Biodoyikdv SeSopdvav nmov enmuyxdver tnv
Ap@AIN mpayparonoinon g kKpioiudtepng npékanong omn BionAnpo@opikii
onipepa - autii tng epunveiag g gvvoiag g Bioiatpikiig ninpogopiag. Z16xog
pag sfvar n evoopdroon ninpogopidv, Bdon ovioroyikdv apxdv, enmpéno-
viag tnv gppnveia tov Sedopdvav kar tn Snupiovpyia cvpnepacpdriov nov
unopotv va npokbypouv Baoiopéva otnv vndpxovaa yvdon, eve Ba xpnoipo-
noice! 1g Bioiarpikés NANPoYopieg pe TPSMO Nov va eMITPENEl OIOVG EMIGTNA-
HOVEG Kal OTOLg LIToAOYICTIKOUS népoug tn Siapdppmon vrnobéosav, tn Bon
npotepatotitwv, afd kai tn cuppetoxti otn Siadikacia Aipeng ano@docnmv, n
onoia efvai §uguin oe onolodrinote neipapa, kabiotdvtag, Aomév, eQIKTS oV
avtéparo vrnooyiops nov Ba Bonbricel oinv anoguyri neipapankdv adiggo-

Sav avdvovrag ug mbBavénteg avardivyng davBacpévav Sebopévmv.
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Zopgwva pe tnv avdAvon tng €pevvag OTo YEVIKG Topéa NG YEVETIKNAG,
énwg auvtég vnootnpizetar ané 1o FP6 (ékBeon EYP-208111 2004 tng
Evponaikig Emrponrig), n aviaddayri Bioiarpikdv nanpogopidv, Bacious-
vn ota vnoornpiypéva ané 1o FP5 €pya, tovizetar og gvpwndaiki avdykn
adAd n BionAnpo@opIKA Kpivetal avenapkig Kal EMONUAiVETAl ®g Mpotepai-
étnta yia 1o FP7. O dykog twv Sedopdvav @avorvmredy petarnd§emv nov
npokUntovv and noikida peydda evponaikd npoypdupara (Snwg to
EUMORPHIA, EUCOMM, Europhenome, PRIME) ka1 Sidgopwv dhAwv
npoypappdrov xpnpatoSotodpevev and to FP6, kabdg eniong kar ta e&i-
oov peydha npoypdppara vné e€éMEn oug HITA (n.x. The Mouse Phenome
Project), tov Kavadd, tv Avotpadia kar tnv lanevia, kabiotd anodvtog
avaykaia t Snpiovpyia katdAAnAwv vnodoudv BionAnpogopikiig. To
gvvol0AoyIKG nhaiolo tov PATO svowpardver pia @ik, 81ebvédg anodé-
KIN Kal EMKLp@UEVN, Npoogyyion yia pia téroia vnodouri. O aviiktvnog tng
ONHACIOAOVYIKAG AVIINPOOHNELONG TWV QAIVOTVIIKAOV Sedopsvav (PATO), o
1pdnog nov napdyovral ka1 cuAngyoviar (Sopnpévo AeSindyio Bionoyikdv
Sokipaoidv), n npayparonoinon piag onpacioNoyiknig SiaAsimovpyikéintag
10V N6pwV (N KATaoKeLA 10V CNUACIOAOYIKOU MAEYHATOS yia TOVS PAIvETL-
nouvg), n vnodopn (BonBovuevn and ta epyateia ka napadeiypara) yia m
@avotunikh ovAdoyn 8edopévav, o oxodlaopds, n anobrikevon, n avdnv-
an, n npéoBaon Kai n glykpion BioAoyikdv Sebopdvmy, 6x1 puévo Ba Beh-
TIOOE! TNV AVIAY@VICTIKGTNTA TNG EVPWIAIKAG €pevvag oe naykGoulo enire-
80, ald efetdzer pepikd and 1a tpéxovia BepeMddn ka1 1exvonoyikd npo-
Baripara. Zripepa, n evpwnaiki akadnpaikr kar Biounxaviki pegvva on
VEVEUKN, £181Kd N OXETKIA HE TO MOVIKI 0§ HOVIENO, LVNEPEXEI OE OXEON UE
tov vnéhoino kéopo. H enitevn tov nporevépevouv poviédov Ba kaAvyel
pia Kpiotpn avdykn (xapakinpizGpevn @g n enépevn npSGKANCn G Avté ToV
touéa) yia pia ovvenr LIOAOYIoTIKA orpatnyiki yia tn Snutovpyia onpacio-
Aoyikrig vnoSourig yia n Siaxeipion Sedopévwv. H SiaAerovpyirénia tov
népwv napadider evSexopévag v nodntri ovunpadn g ohokAipeONG Kat
avdnvong evdg ektetapévon @doparog SeSopévmv pe tn cuvakénovdn npo-

oufépevn afia yia 1a gpevvnukd npoypdppara. Emnigov, o1 Bsmpnuksg
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Kal TEXVOAOVIKES MPOKAACEIS MOV ANAVIGVIAl, UNopovV va £QApUOCTOVY
yia v enifvon NoAAGV B10iatpIkGY znTtnpdr®v Kal va anoteAéoouy napa-

Sefypara yia v enidvon avayk@dv ektdg tou Biohoyikot xdpov.

Katd ouvéneta, n ovAdoyikn npoondBeta tov OBO avapéveral va aoknioel
MPAyHATKA Kal onpaviiki enidpaon otov topéa tng vyeiag, SievkoAvvoviag tn
Snpiovpyia NAEKIPoVIKAV NEpaV yvadOoNg Mov HNopovv va evioxGoouy Tov
oxeblaopé kai v ektéAeon nelpapdiev, v avdivon Sedopévav, T obvvBeon
nAnpo@opidv,  Snpiovpyia epevvnuKOV voBécewv Kal Ty anokdAvyn

véwv 8eSopévmv yia tn popiakn Bdon tng avBpdmung acBéveiag.
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