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H xaptoypdipnon Tou avep@nivou yovidiuatog B Kavapakne,
A. =Zaidédapa

H xaptoypdonon Tou avepwnivou YoVISIWHATOG, TO MEYOAUTEPO MEXPI CAUEPT
EYXEipNO oTNV 10TOPIC TG BIoAoyiaE, AAAAZE PIZIKA TV I0TPIKA NPdEn. To av-
0pwnIvo YoviSiwua NEPIEXEI TO GUVOAD TNE YEVETIKAG NANPOWYOPING KOl OINOTE-
feital ané 3 nepinou dIcEKATOUMUPIO BAGEIG, NOU KATAVEMOVTAI GTH 22 OUTO-
CWUATIKA XPWHOCWUATH KAl TA 2 XPWHOCWLATH TOU @UAOU. YnonoyiZetal ot
unépxouv 50.000-100.000 yovidicl, TwV ONoitV 01 KWSIKONOIOUOEG NEPIOXEC KO-
AvnTouv nepinou 2-3% Tou cuvonikoU DNA, TOU NPWTAPXIKOU HOPIoU TG ZWNG.
To avepwnIvo YoVISiwHa ival XapUKTNPIOTIKG TOU avep@nIvou Ei6oug, Sev &i- Abstract at the end of the article
val anéauta 6poIo, aARd o€ NOANOUG YEVETIKOUG TONOUG Eupavigoval 2 A 3
anAnAGoP@a, O NOAULOPYIGHOI. H XapToypdenon Tou avepwnivou Yovidiw-
Matog Gpxice To 1990 and Thv OKASNUAIKA KOIVOTNTO, GThV ONOoitl NPOCTEBNKE
KOl n ISI0TIKA NPWTOROURIt To 1998. 01 U0 OMASES AVOKOIVKGHV TAUTOXPOVE

Epyaotnipio latpikng FEVETIKAC,
Mavenotrnuio ABnvayv,
Noookoueio Maidwv «Ayia Foia», Aénva

The human genome project

A€§e1g svpsInpiov

T0 onoteAéopatd Toug (26-6-2000 Kol 15-2-2001). Ta PEXPI CAPEPA Kal T O- AvBpdnivo yoviSioua
VOMEVOUEVA OMENN CIPOPOUV TN YEVETIKA SIAYVWon Kal TIG VEEG OEPANEUTIKEG [evenkh

HEBBBOUG. H YEVETIKA SIGyVmon EQAPUOZETaI VIO ThY NPOANYN (NPOYEVVNTIKA- ToviSia
NPOEPPUTEUTIKA SIGYVWON) Kal TV MPOKAIVIKA S16yVeCNh LIOVOYOVISIOKWY VO- DNA xaptoypdenon
onudtwv. Nepinou 1.000 YEVETIKA vOoHpOTO EXOUV HERETNOEI GE MOPIOKG Eni- [MoAvpopgiopof

nedOo Kol XEI ANOMOVWOEI TO UNEUOUVO VIO TO VOGNHO YOViSIO KOl Ol CVTIOTOl-
XEG METARNAZEIC. ‘Ooov apopd Ta noAuyovISIOKA VOoRUATA, N AVIXVEUGNh TnG
YEVETIKAG NPOSIAOEONE GE GUVSUNOMO LIE TNV ANOWYUYNR GUYKEKPILEVWV NEPI-
BOANOVTIKWV EMISPACEWV B 0SNYACEI TN MEIWON TOU KIVEUVOU EKSRAWONG
TOU VOORUATOG N oTNV avACoTOoAn TG ENISEIVWONE TG KAIVIKAG TOU nopeiag. H
OEPONEUTIKA NPOCNENNON TWV VOONUATWY OVOMEVETOI VO BEATIWOEI LIE TO OXE-
S100MO6 KOl TV NOPAYWYN QAPHAKWV KATAARNAWV VIO TO YEVETIKG UNGCTPWU
TOU 00OEVOUG, £TCI WOTE VO OUENOEI N ANOTEAEOMATIKOTNTA KOl VO NEPIOPI-
GTOUV Ol AVEMIOUMNTEG EVEPYEIEG TWV PAPUAKWV. EMNAEOV, N YOVISIOKN 6Ep0-
neio 60 Z00QANICE! PIZIKA OVTIMETWNION TWV YEVETIKWV VOGNMATWV KO TA VOU-
KAEIKA 0Z€a, pe TPONo Sphong avAAoyo ME OUTOV TWV HOVOKAWVIKWV CVTIoW-
uétwv, 6a xpnoiponoinouv o€ NoAAG voonuata. OUGIOCTIKA BORBEIO GTNV O-
AOKAAPWON TNG XAPTOYPAMNONG TOU AVOPWNIVOU YOVISIWUATOG NPOCYEPE! n
GUYKPITIKA YOVISIOMOTIKA, N nApdAAnan dnAadn xaptoypdepnon Tou yovidiw-
HaTog NPATUNWY OPYAVIOHWY, N ONOi0 NOPEXEI NANPOWYORIES VIO TNV avaZAth-
on YoVISitwv unglduvev yio NOAUYOVISIOKA KUPIWE VOOHUATO KA VIO TO AUECO
«nEPIBARAOV» TWV YOVISI®V. O1 NBIKEG, VOMIKEG KOl KOIVWVIKEG ENINTWOEIC TNG
XOPTOYPAMNONE TOU AVOPWMIVOU YOVISIWHOTOG MEAETWVTAI (NPOYpPaUMa ELSI-
Ethical, Legal, Social Implications), e okono va 6goniotei n avanoyn VOUoOe-
Gia Kol v SI0MOPE®WO0UV KWSIKEG KOIVWVIKAG CUUNEPIPONAC, MOU 6a S100¢0-
figouv To andPENTO, TV ATOMIKOTNTA KaI TNV ISIOKTNGIO TG YEVETIKAG NANPO-
ORIt KAl 601 NPOCTATEUOUV TA AVOPWMIVA SIKAIWUOTO.

1. EIZATQIH N PHETAPGOXELON OPYAVMV Kal HLENOU TWV OOV, Ol O-

. P ( ) nofeg dAnafav pizikd n zon 1wV avbpdnwv org ava-
2t 8idpkela tov 2000 aidva, n 1ArpIkA EMOTHPN V-

10xnos va Sg1 pia osipd and enavactatkeés avakanv-
weig, nov anoténecav tn Bdon yia v avdrruén 8ia- O1 annay€g avtég, mov xouvv 1’ién apxiosl va yivovrat

MTUYHEVES XWOPEG.

YVOOTIK®OV Kal Oepansunirdv napepBdoswv, dnwg 1a a-  gugaveis, avapévovial paydaieg Hetd tny oNoKARp®on
vuBiotikd, ta spuBasnia, o1 véeg aneikovionukég uébodol,  tng xaproypdgnong t1ov avhpdMmvov YoviSIOPATog, rnov
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MPOEKLYPE AMS TN CLVTOVICHUEVN EPELVNTIKA MpoondBeia
NG ARASNPAIKNAG Kowvdtntag Kal tng 1S1OTKAG NpmwIo-
Bouniag.

Baociké otéxo 1ov peydnov avrtot 81eBvoils eyxelpni-
parog anotéNeos n andKmon apxikd Bacik@dv nAnpo-
@OPIDV MOV APOPOVV TO YEVETIKS HaAG LIIOOIPp®HA Kal n
avdnvon Kai cBvBeon TmV NANPOPOPIDV AVTAV yid MAN-
péotepn KAravénon tov PANoL TwV S1aPSP®V YovISimy
otn Siarripnon tng vyeiag kai  dSnupiovpyia tng vécov.

2. BAZIKH MOPIAKH BIOAOTIA

To avBpdmvo yovibimpa nepiExel 10 oOVONO NG Ve-
VETIKNAG NMAnpo@opiag kai anoteneital and 3 nepinov 81-
oekaroppvpla Bdoelg karavepnpéveg ora 22 avtoom-
HATIKd Xp®UOOOUATA KAl 1d 2 XPpOHOoOUATd Tov @U-
Aov. 3

To yevetikd LAIKS Mov KANpovopeital and Tovg Yoveig
efval auvté nov rabopizel 6x1 pévo ta e§wrepikd xapa-
KINPIoTIKA Tov atépov, andd emniong tn poplaknh Bdon
NG opyavoyEveong, Ing Opo1éotacng Kal tng avanapa-
yoyng. Emnagov, n Bdon SAwv TV YEVETIKOV avopa-
AV Bpioketar oe annayég nmov enocvuBaivouv oto poé-
p1o tov DNA.

To DNA (8ecofupiBovoukneiké ofV) eival, ovven®g,
10 NPWIAPXIKS PSPI0 NG zwNG Kal anoteneitar ané §6o
S1a@openkég opddeg azwtoVxmwv Bdoewv, 11 novpiveg
(a8evivn, yovavivn, A, G) ka1 g nupidiveg (Bupivn,
kutooivn, T, C).

To 1953, o1 Watson kai Crick anokdavypav t Sevre-
potaynri Sopri Tov popiov tov DNA, to onoio anotensi-
ta1l and pa Sinn €nika. O kGbs rAGVOG Tng €NIKAg a-
noteNeital and §va NoNVPEPES OARXAPOL-POCPOPIKDOYV
opddmv, dnov 1o odrxapo (8scofupiBdzn) kal o1 Q-
OQ@OPIKEG OpdSeg sv@dvovtal Pe e0TEPIKOVS Se0p0UG.

>t B€on 1 tov cakxapikoV Sakrvniov Bpiokeral Kd-
noia and ug técoepig azotovxeg Bdosig (A, T, G, C). H
gNIKa ovykpateitar pe Seopovs v8poydvov, nouv ava-
mbocovtal peradt 1wv cupnAnpouatkdv B8doswv. INa
ASyoug nmov ogeinovial kaBapd orn xNpIKA cVoTAcn TV
Bdoswv, n yovavivn «zeLyaAPAOVE» POVO HE TNV KUTOOI-
vn pe t Boribeia 1pidv v8poyovikOV Seopdv Kal n a-
Sevivn pdévo pe m Bupivn pe ™ BoriBeia 6o vEpoyo-
VIKOV Seopddv. Zxnpartizovtal €01 660 mMoNVVOULKNAEOTI-
S81k€g anvoibeg, nov nepieniocovrar SsfiGorpoga n pia
yUpw and mv dnan.

Av 1o DNA andé gva povadiké rirrapo Ee8innwOei e-
vtendg, téte Ba sktabsi oe prikog 2 m. INpénel, cuve-
nodg, va vndpxel kdnola péBodog «mnaxksrapioparog» 1-
Siaitepa anoreneocpanki. [a 1o Adyo auvrd, ora rorta-

E. KANABAKHS ka1 A. SAIAAPA

pa twv OnAactk@dv Aertovpyel §va moNvnAoKo ocbotnpa
nep1énIEng, To onoio @aiveral va CUPPETEXEL KAl OTov E-
Aeyxo TG yoviSIakrig €Kkppaong.

210 avBpdmvo yoviSiopa vrodoyizetal 6t vndpxouvy
50.000-100.000 yovidia, twv onoimv o1 KwS1Kono1ov-
oeg neplox€g kanvnrouvv nepinov 2-3% tov cuvonikov
DNA. To mikpdtepo and avtd 1a yovidia punopsf va ka-
tanapBdver AyStepo and HeEPIKEG EKATOVIABEG, eV TO
HEYANUTEPO NMEPICOATEPO A €va ekatoppvplo zebyn Bd-
oswv. To pun pertaypapdpsvo DNA ovopdzerar «8iayo-
vibiaké» DNA kal @aiverar va OLPPEIEXel otnv avil-
ypaen tov DNA kai omv ékgpacn SAev tov pubuiotl-
ROV yoviSinv.

To avbpdmvo yovibimpa, napdu eivar xapakinpiori-
KGS 1oL avBpdmvov eibovg, Sev eival andnvra {810, na-
pd pévo orovg povomwoyeveig 8 i8Bpovg. “Erol, eival no-
AU oLXVE, yia MoNNOUG YeVETIKOUG TOMOLS va ep@avi-
zovtal 2 i 3 @uolonoyikd adAnASpop@a os vav nin-
Buoud. Or1 Siagopetikoi avioi yovarurol, rMov AKONOL-
BoUv 1oV annd peviéneio 1pdrno KANPOVOUIKASINTAG, Xa-
pakrnpizovtar wg nonvpop@iopoi 1ov DNA. To @aivs-
HEVO TOL MOALHOP@PICHOL gival MOAD eKTIETAPEVO Kal O
autd o@eiNeTal N YEVETIKA MOIKINGTNTA KAl n povaSiks-
nta twv atdpev. Ta ovxvdtepa eidn pikpodiagopo-
nomocewv otnv andndovxia tov DNA petalt tov aré-

pov eivar: 251

a. Mikpobopupopikss anindouvxisg. Efvar enavanaupBa-
vlueveg aAnnAovxieg 81-, Tpl- A TEIpA-VOLKAEOTISIOV
orto yovibiopa. Yndpxouv peydneg 81a@opornoinosig
and dropo og dropo, nov agopolv 1o pEyebog Kai
10V ap1Bus tovs. Anotenolv xXpricipa epyansia yia oi-
KOYEVEIAKEG HeN€Teg, éNeyxo narpdintag kai onv la-
1POSIKACTIKA.

8. MiviSopuopikes adndovxieg. AnotenoVv enava-
AapBavdpeva turipata DNA pey€Boug 1 kb 1i peya-
AUtepa, tonoBsnpéva £rol, dote oto TéNog Tng piag
va akonoLBel n apxni tng endpevng. Avaggpovial ®g
VNTR anAnnovxisg (variable number of tandem re-
peats).

y. Alagopés evds voukAeotiSiov (SNP) (single nucleo-
tide polymorphism). Anoredobv Tovg CLXVASTEPOLG TV-
novg Siagoponoiicemv. Ynonoyizetar 6t vndpxer 1
SNP oe kd@6e 1.000 nepinov Bdoeig. Anotenovv 1-
oxLpPS dnno, orpepa, yia ™ Sidyvmon Kal Tn HEAETN
VEVETIKAV voonpdrov, 181aitepa monvyoviSiak®dv, Ka-
B¢ Kal y1a TN QAPUAKOYEVETIKA.

O1 nonvpopeiopoi avroi pnopovBv €niong va xpnoi-
pornomBolv yia MpoyevvniikA Kal MPoRAIVIKA Si1dyvm-
on Kal avixvevon @opéwv, £pdcov to veBBLVO Yovi-
810 yia 10 yevenks véonpa Sev eival yvwors. Xpnoi-
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pornolotvial €niong yia PeNEreg obvdeong kal avixvev-
on atépwv nov Bpiokovtal o KivSLVO yia YEVETIKS Vo-
onua.

KdBe knanpovopoluevn anpayii omv aAdnpovxia tov
DNA ovopdzerar petannayn. ITondég and tig peranna-
vég emblopBcdvovtal, XpnoIPOonoIdVIag tn Un KAte-
orpappévn anvoida tov DNA wg pritpa yia v en-
816pBwon tng AANNG. Av Sumwg n KAtactpoen agopd Kai
11g 600 anvoibsg 11 av avti ovuBei Afyo npiv 11 Kard 1o
Sinhaociaocpd, téte n BAGBn napapgvel orouvg anoyévoug
1oL KuTtdpov.t?

H ouxvéinta tov petannayodv avépxetar oro 1/1.000.000
nepinov Bdoswv DNA. Edv ndBovpe vndyn éu vndp-
xouv nepinov 50.000-100.000 yovidia, avté onpaivel
61 5-10% twv veoyéuvniov @E€pouv pia véd Petanna-
yii. O1 nepioodrepeg ané avtég ival ELTLXWG CIWINAEG,
ene1dn 10 avrioroixo yovidio oto oudAoyo Xpowpdomua
sival guolonoyikS kai e€icopponei tn BAGBn.

3. IXTOPIKH ANAAPOMH THX XAPTOTPA®@HXHX
TOY ANOPQITINOY ITONIAIOMATOXZ

O1 apxik€g okEWelg y1a to 6no gyxeipnpa 1€6nkav to
1984, katd n 8idpkela evog ovvedpiov, e okomnd Tnv
avixvevon 1oV petanddlemv o dropa mov eixav enmi-
Biddoel and mv eniSpaon tng aropikng BéuBag. Téooe-
pa xpdévia apydstepa (1988), orto NIH (National Institute
of Health) 18p6nke vninpecia yia tnv €psvva oro av-
Bpodmvo yovidimpa pe vnebBuvvo tov James Watson, n
omnoia oro 1éhog tov i81ov xpdvov avaBabuioctnke kai
perarpdnnke oe €0BviIkS kévipo. Avo xpdvia apydiepa,
mv 1/10/1990, dpxios snionpa n gvapén tng xapro-
ypdepnong touv avBpanivov yovididparog. [ToAd abvro-
pa, to npdypappa yive S1eBVEG Ye Tn GUUPETOXN Kal
andwv, ektég twv HINA, xopdv, dnwg n Ayyiia, n [an-
Aia, n [tania, n T'eppavia, o Kavaddg ka1 n lanwvia. O
ouvtoviopog napépeve org HITA rar yiverar and no-
AvnAnOr emortnpoviki opdda, tng onoiag oripepa nyeitai
o Francis Collins.?#

O apxikég npoypappanopds, o onoiog ritav 15etig, kat
n otadionoinon tov npoypduuarog, dnwg SiapopE@OnKe
Hetd and noANEg TpononoInoelg, £xel wg e6ng (miv. 1):

— KaBopiopdg tou yeverikol kal guoikol xdpin
— Avdnvon tng andannovxiag tov DNA

— Avdntuén texvodoyiag avtéparng avdavong g an-
Andovxiag tov DNA

— Meném etepoyéveiag oro avBpadmvo yovidimpa-mno-
Avpopeiopof SNPs

— Evtémon yovibiov
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IMivakag 1. Xtadionoinon tov npoypdpparog xaproypdenong tov av-
Bpdmnivou yoviSidparog.

Z16xog Xpoviki nepioSog
1993-2003

['evenik6g xdping OMorANpdONKe

PuoikSg xdping OnorANpdOnKe

DNA sequencing Znpepivii kardotaon (26/6/00)

Avdnugn texvonoyiag avtdparov
sequencing Kai texvonoyiag
[poo&eutikni Bentimon

~200.000-300.000 SNPs

avroparonoinpévn avixvevon

nANPOPOPIKAG

Menémn tng etepoyéveiag
oto avBpdmnivo yovibiopa

(modvpope@iopoi SNPs) (ovvexizetal)

Evtémion yovibiov Tuvexizetal

Menétn €ékppaong yoviSinv Zovexizetal

Avdnvon yovibidparog

4NNV OpYavICHAY

(ouykpItIKA yoviSi®UATIKA)
— Haemophilus influenzae (1830 kb)
- Mycoplasma genitalium (580 kb)
- E. coli (5.000 kb)
— Drosophila (160.000 kb)
- Iovriki

OnorAnp@dOnke (1995)
OnorAnp@Onke (1995)
OnorAnp@OnKe
Yovexizetar (=2002)
Yovexizetar (=2005)

— MeAén €rppaong yoviSiov

— Avdnvon youviSidparog dAA®V opyavicu®dv (CLYKPITI-
KA yoviSimuatkn).

To xpovodidypappa tov npoypduparog avarpdnnke
p1zikd perd v avdpi€n tng 1I810TIKNAG rpotoBouniag oro
Sno eyxeipnua, 1o 1998.

H etaipia Celera Genomics, 814 tov eKnpoo@dnov mg
Graig Venter, avénaBe va odokNnp@doel tn xaproypd-
@non tov yoviSidparog oe 3 xpdvia, peidvoviag Kard
4 oNGKANpa xpdvia To XpovIiKS Sidotnpa nov eiXe Ka-
Bopicel n 61eBvrig opdda tov Snudoiov opéa, n onoia
orta nAaiola Tov aviay®wviopoy eVIATIKOMNOINGE TIS MPo-
ond0Beigg ng.

Xpnoiponoidviag Siagpopeniki pebBodonoyia, o1 o
opddeg €kavav TavIéXpova TNV MPpAOIN AVAKOIiVHon Tov
AroTeNECPAT®V TOVS O Kolvn gpgdvion orig 26 lovvi-
ov 2000.

H opd8éa tov &nudoiov @opéa avakoivmoes Ot €xel
rAwvornoinoel 10 97% tov yoviSidparog kar €xel npo-
X®PNoel omv avdnvon tng annnAouvxiag Tov o Nocootd
85% entd @opés. And 1o turipa avtd, pévo 1o 24% n-
1av nARPpwS ONOKANPOUEVO e avdhvon LYNARG akpi-
Beiag, 1o 22% ritav oxed6v €ropo kai 1o 38% BpiokS-
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1av og npdxeipn popeni. Zto vndhoino turipa n S1adi-
kaoiag tng avdnvong ovvexizetal, ektdg and §va 3%, tov
ornofov n avdnvon napovoidzetal 181aitepa Soronn.

H opd&a 1ov 181w11k00 popéa avakoivewos Tn xapro-
ypdoenon tov 99% touv youiSiduarog, xmpis Spms va v-
NeIOEPXETAl OE NEPICOOTEPES NENTOUEPEIEG. T

Tnv avakoiveon avtr, rnov rnpoacdiopizel 1o TENOG HIag
OLVAPIIACTIKAG Kal 10TOPIKAG onpaciag anootoNng Kai
emrebyparog Kal nov anoteAsl 1o peyanviepo orabud
g obyxpovng Bionoyiag, akonoBOncav apkerég ovzn-
mioeig petadl 1oV HEA®V TNG EMOTNHOVIKAG KOIVAINTAG.
Autég €xouvv wg okomd v Ppuxpaiun afloAdynon twv
AroreNeCUdI®V Kal Tov KaBopiopd tov enSHEVOVY OT6-
XWV YId O®ON eKPEIdNAELON TNG VEAS Yyv@dONG, Oro-
xebovrag omn Benriwon Kal tpononoinon twv diayvm-
OTIK®OV Kal BepamnevtikdOV MPOOEYYIicEmY ta €ndpeva
xpovia.

Ta péxp1 oripepa annd Kai ta avapevopueva o@Enn Kat
o1 enepxdueveg embpdoel§ oto Xdpo Twv Blolarpik@dv
EMOTNUOV cuvvopizovialr wg e€nig (s1k. 1):

a. Avixvevon kal HEAEIN TV YoviSimv nov cuvdéovtal
HE OLyKeKpIpéva voonpara (Hovo- Kal nonv-yovi-
S1akd)

8. IpSAnyn yevellk@®V voonudtov

y. Aldyvemon YEVETIKOV VOONPAT®V OE MPOKAIVIKG €-
ninedo

6. KaBopiopdg rkivbBvou yia spgpdvion Yevetkol vo-
onparog

e. Avixvevon nonvpop@ikodv onpeiov (SNPS) yia ka-
Bopiopd ng yevenknig 181aitepdTNTag ToL ATGHOL

E. KANABAKHS ka1 A. SAIAAPA

ot. Egpappoyn véwv Bepancsvtik@dv pebédwv (@appa-
KOyevetkn, yovidiakr Beparesia, voukneikd ofga)

z. MeNén oV NPOIEVIKOV Mapay@dyov 1oV yoviSiov
Kal TG aAANAENiSpaciig Tovg o KLTIAPIKS enineSo
(proteomics)

n. Meném ng anAnAeniSpaong twv yoviSiov Kal tTmv
NpWIEiVAV yia tnv enitevén obvBetwv BloNoyiIkGOY
ASITOLPYIDY

6. Avdihvon touv youiSiduarog AANGY 0pyavICH®V.

Yug 15 PeBpovapiov 2001 aronoBOncav tavtéxpo-
va Vo véeg Eexmwplotég Snpooievoeig and 2 opddeg. A-
né TIS AVAKOIVAOEIS ALTEG TMPOKUMIEl Tl N XApToypd-
@non tov avlpAMmVoL YoviISIOUATOG KANVMIEL MEPITIOL
10 94% 10V CLVONIKOU yoviBidpatog. Méxpi oripepa, re-
pinov 1 Sioekatoppvpio Bdoeig Bpiokovtalr omv teAIkni
TOULG HopPEN Kal avapéveral va oNoKANpwBOel cbvtopa o
npood10pIoUSS TwV aAANAOLXIOY ToLG. %

4. TENETIKH AIATNQXZH-NMTPOAHWH,
MPOKAINIKH AIATNQZXH, TENETIKH INMPOAIAOEZH

O1 HOPIAKEG TEXVIKEG Xpnoipornolovvial nv tedevtaia Se-
Kaeria pe peydnn emirvxia o Sidyvoon Siapdépwv yeve-
KGOV voonpdrov. H Sidyvoon agopd téco tv npdnnyn
300 Kal v MpokAVIKA Sidyvoon. Ze enine§o npdAnyng,
Ol TEXVIKEG ALTEG XPNOILOIOoIoVVIdAl Yid aviXvVevon @QopE-
™V Kal npoyevvniiké €neyxo. INa ta voorpara skeiva yia
1a onoia Ssv vgiotarar pebodonoyia, aiparoNoyikn 1 Bio-
XNUIKA, yId ToV KABoPIoPS TV QOPE®Y, Ol LOPIAKES Te-
XVIKEG £QApUOZOVIAl V1A EVPEIA OIKOYEVEIAKA UENEIN OE
OIKOYEVEIEG TTOL €XOLV R8N AroKINoel dppwoto naidi.
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Eikdva 1. Avapevépeva o@éin and m xaproypdenon tov avBp@dmvouv yoviSiduarog.
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H pebodonoyia avmm eival eniong andivrta akpiBrig
KAl AMOTEAECUATIKA y1d TOV MPOYEVVNTIKS ENEYXO HO-
voyoviB1ak®dV voonpdiov Kal €xel apxioel va @papud-
zetal og cvvdvacpud e TNV eWOUATIKA yovigonoinon,
V1A MPOEUQPUIEVTIKA YEVETIKA S1dyvmon, emngyovtag pé-
vo @uolonoyikd §uBpua yia spgitevon orn pritpa. Mé-
xp1 onpepa, nepinov 1.000 yeveukd voonuara €xouvv
HenemBel o poplaks eninedo kai €xel anopoveBel 10
vrevBuvo yia ™ véoo yovidio kal o1 peranndéeig ota

yoviSia avrd.>*11:24-28

H avixvevon tov vooriparog npiv and mv ekdnamon
KRAIVIKAG ovpnioparofoyiag sfval anoSeKm emornpovi-
Kd yia 1a vooripara ekeiva ora omoia n €ykaipn Sid-
yvoon Kail Bepanesvtki napéuBaon pnopsi va npond-
Be1 v £€€n1En tov voonparog 11 va BeAtidoel Ty KAL-
VIKA TOL mnopeia.

AvtiBeta, €xouvv vndpel MOANEG cLzNTACEIS yid Tn
XPNOoINSTNTA TNG MPOKAIVIKAG Si1dyvwong yia vooripara
He kabvotepnpugvn KAVIKA eKEAN®ON, SIS N VEGCOG TOL
Huntington.

Me v oNoKNNPp®ON NG XApToypd@nong Tov yoviSid-
parog, o top€ag tng Sidyvmwong avapgveral va arnokoui-
o€l 1a nepioodtepa o@ENn pe m diebpuvon tov pdoua-
10G TWV YEVETIKAOV voonudiov ota omnoia 6a unopgoel va
rnpoo@epbei n npoyevvniikn S1dyvemon, TNV EMNEKIACN TOL
€NEYXOL y1a aViXVELON POPEMV YEVETIKAOV VOONUATOV O
nAnBuvopiakd eninedo pe avroparonoinpévn pebodono-
yia ka1 v avixvevon atépwv nov Bpiockovral oe vYnNNS
kiv&uvo (yevetkn npodidBeon) yia noAvnapayoviikd vo-
orfipara, énwg Kapkivo, cakxapaddn SiaBritn, aptnpio-
OKARP®ON. ZTIG MEPITIAOOEIS AUTEG O €Neyxog emBAnAe-
1al, 6tav n €yKaipn AvIIPEI®ONIoON TOV VOoNHatog prnopel
va avaoteifel v embeivmon g KAVIKAG TOL Mopeiag.
EmnAgov, n anoguyri opiopgvev nepiBannovik@v eri-
Spdoswv Ba pnopolBos va eNATIOOE! TOV Kivbuvo ek81i-
A®ONG TV NOALYOVISIAK@OV ALV voonudiov o dropa
1a onoia PEpouv yeVeTKEG Slatapax£g nov npodiabgrovv
yia v ek8nidwon tng véoov (eik. 2).2%

Eivar enfong yvword 611 0 cuotnpatkog Kal e Ov-
YReERPIPEVA XxpoviKd Siactiipara epyactnplaksg ENEYX0G
Ba unopovoe va evromnioel §va véonua yeverkd embBa-
pnpévo and 1a npdra orddia ing eKSNNWOoNG 1oV, ond-
1€ KAl avapéveral va efval anoteAecparnksiepn n droid
Bepansvtkr napéuBaon. Khaoikd napadsiypara ano-
1enoUV n monvnodiaon Tov eVIEPOL Kal O KAPKIVOG TOU
paotod.

O RaAtdnoyog TV VOonPdiov avtdv oLVeX@dS avidvel
ka1 avapéverar va 8ievpuvBeil ovolaotikd ta endpsva
xpdvida, Petd TNV oNOKARP®ON Tng Xaproypdenong Tov
avBp@dmvov yoviSiduarog.
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5.

Eikdva 2. AhAnieniSpaon yeveuk@v napaydviov kai nepiBdanoviog
oty eKOAA®ON TOL YEVETIKOY VOORUATOG.

Yndpxovv, napdna avtd, apKer€g cuzNTNoEeIg Kal rpo-
BAnpatiopoi yia tnv afia tov avetépm eN§yxov, PE TO
ev8exXSPUEVO TNG YUXONOVIKNG emBdpuvong Twv Atéumv
Kal 1ov dyxoug nmov cuvvodevel pia tétola npdBaeywn. O1
ouzntriocelg avtég avaudvovial va diadpaparicovv Ka-
BopiotikG pdNo yia ™ yevikevon evig TETOI0L ENEYXOL
otov Topéa Ing npoAnniikig larpiknig. 4

5. OEPAIIEIA
5.1. QappakoyeveTIKA

H @apparoyevetkni anotenef €va véo knddo twv Bio-
NOYIK@V EMOTNUAV, MOL CTOXEVEL OTO 0Xe81a0PS KAl TNV
napayoyn @AappakeutIkQOV npoidviov nov Ba Baocizo-
VIAl Of OULYKEKPIPEVO YEVETIKG XAPAKINPIOTIKS TOL a-
00evoi¢ 11 opddag acbevdv, pe okond va neplopiortobv
oto eNdx10To 01 avemBvunteg evépyeisg Tov @APHAKROoL
Kal taviéxpova va avénbsi n anoteneopankrsnid Tov
oe Bepanevtikd eninedo.*45%0

Eivar anénvra e€axrpiBopgvo oripepa ét 1éco n ano-
1eAsopankdnta 600 Kal o1 avemOuunieg evépyeisg e-
vés papudkov e€aptdvial and S1d@opoug yevenkd Ka-
Bopiop€voug napdyovieg, Snwg v anoppd@non Kai
KATAVOUN TOL OToLG 10ToVG, T0 petaBonNiopd Tov, Tn ou-
VKEVIP®WON TOL OTO ONUEI0-0téX0 Kal tov apifud kai m
poponoyia tmv vnodoxéwv Spdong Tov.

Khaoiké napddeypa yeveurd rabopiopgéung avembo-
pnng evépyelag arnoteNsl n nepIPepIKi vevpondbeia nov
OXEeTizeTal Pe T Xprion tng 10oviazidng yia t Bepaneia tng
@uparioong. H vevpondBeia avm spgavizetar oe acBbe-
VEIG MOV PEPOLV TO GUYKEKPIPEVO MONVHOPPICUS TOL YO-
v1Siov nov ekppdzel 1o cuvévzupo N-akervAotpavoPepd-
on-2 oro rinap. H napovoia tov noAvpop@iopot avtoy €-
xel w¢g ovvénela m Bpabeia akervnimon tov appdrov
Oro 1\Mnap Kai TNV napapovi tov oe LPnAd enineda omv
KUKNo@opia. [a tov kabopiopd tov yevetko$ XapaKIni-
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pa WV acbsvadv xpnoipornolobvial anoteAsopatikd on-
Hepa o1 nonvpop@iopof piag Bdong tov DNA (SNPs), nov,
dnwg vrnonoyizerai, anaviovv pe cvxvémta 1/1.000 ne-
pinov Bdoeig. Na v oAoKARP®ON V3G GUYKEKPILEVOL
nonvpop@ikol xdptn (SNPs map) €xel ovotaBei pia pun
repSooKomKoV Xapakiipa sraipsia omnv AyyAia, rnov a-
noteAeital and QAapPAKeLVTIKES ETAIPEIES, eTalpeieg NANPo-
POPIKNAG, akadnuaikd worttolta kai tnv staipsia Welcome
Foundation. £kondg tng eraipeiag avmig sival n cbvBson
evog xdptn and 200.000-300.000 nepimov SNPs péxpi 1o
2003.%™11 Me 1t BoriBeia tng NANPo@opPIKRG vIIoAoyizeral
Su Ba karaotei Svvarni N CLOXETION OPICUEVEOY TTOAVHOP-
@IOPGV 08 KGO acbevni e oLyKeRpIPEVN KABe popd @ap-
Haxrevtkn ayoyn. O1 migov aioi68ofeg tonobsmoelg oto
Bgpa autd npoBAgnovv 611 pennoviikd Ba efvar Svvari n
xprion H/Y o kdBe 1arpeio yia 1o oxebiaopd tng Karan-
AnNGtepng Bepanevtikiig npoosyyiong yvia Kdbs acBbsvni
xwp1otd. Me tn xprion NG PApUAKOYEVEIIKNG AVAUEVETAL
eniong 61 Ba epdantwBel onpavikd 10 KEOTOG NAPACKEL-
Ag eVOG pappdrov, KaB@G Kal o Xpdvog and v avakd-
Avyn Tov pExpl Tn 81dBson yia xprion and tovg aoBeveig.

5.2. Tovibiokn Beparreia

H yowuiBiaxn Beparneia vnéoxeral va anoteN€oel v o-
pIoTIKA AGON yia Tn OepaAnevIIKA AVIIUEIOMION TOV HO-
voyovi8iarav voonudrov. [Tapd 1o yeyovdg 6u o1 gpev-
vnukgg npoondBeieg npog tv Karebbuvon avtri CLVEXI-
zovtal apeimteg g tenevtaieg 2-3 Sskactieg, vndpxouvy
aképa nonnd npoBaripara rnouv nepiopizovv, MpPog To na-
pSv, oto eNdxIoTo TI SuVATSINTEG EQAPUOYNIG TNG O KAI-
vIKS eninedo. Ta npoBaripara avtd agopotv Kuping Tnv
avdmuén katdniAnAov cvotnpdrov petagopds npog ta
KRUTIapa-otéxoug yia tn S16pbmwaon tng yeveukng BAGBng.
O1 neplroodrepeg epevVnIIKEG MnpoondBeieg sotidzovial
om 816pBwon tng yevenkng BAABng ora cwpankd Kot-
1apd, V@ LIAPXouvv MOANES AVIIPPNOEIS yia AVANOYES
napspBdoeig ota yevvnukd Kéttapa. Zmv nepinoon av-
11, N onoladniorte TPOMNONoiNoN TNG YEVETIKNAG NANPOQO-
pilag perapéperal Kal ot eNCPEVES YEVEEG.

[Tapd 116 coBapég texvikég Suokonieg, nov Svoxepai-
VoLV ONPAvIIKG Tnv g@appoyn g yoviSiakng Beparei-
ag, vndpxovv Bdoiueg ennibeg St ta oxetkd npoBini-
para Ba enepactoVv pennovikd Kal n yoviSiarn Oe-
paneia B6a anotenéosl Baoiks Bepansvtikd péoo yia
PIZIKA QVIIUEI®MION NOAAGV HOVOYOVISIAK@DV YEVETIKAOV
voonudrmv, 50335152

5.3. NoukAgika oféa

H 18€a yia tn xpnoiponoinon 1oV VOLKAEIKAOV 0§Ewv
yia Ospanevtikols orornols napovoldornke nén and

E. KANABAKHS ka1 A. SAIAAPA

Sekaeria tov 1970. Apxikd, xpnoiponombnkav yia v
avaotonn obvBsong naboNoyIKOV Npeieivadv, Ssopev-
ovtag pe vBp18iopd to mMRNA nov cuvBEtel g npwteiveg
autég. pdogara, xpnoiponombnkav cuvvBetkd vou-
KNeikd of€a (aptamers) yia ansvBeiag avactonn tng Asl-
ToLPYIKSTINTAg Tng npwieivng. H Asmmovpyia avtdv towv
VOUKNEIKDV 08€mv po1dzel Pe eKefun TV HOVOKADVIKOV
auTIcOUATIOV Kal @aiveral 6t pennoviikd Ba anoren€oel
Baoiké Bepanesvtiké péoo yia noAdd voonpara.>>°

6. XYTKPITIKH TONIAIOMATIKH

2mnv nopeia g xaproypdenong tov avlpdmvou yo-
viSidparog €yve cagrig n onovdaidinta tng napdAANANg
avdnvong tov yovididparog dAA®V Mpdtunmwv opyavi-
oupav. “Erol, péxpi to 1999, 1a yovibidpara nepinov 100
opyaviop®dv Bpiokovrav vné avdnvon, eved to 1995 eixe
16n oNorANpwOei n xaproypdenon yia tov Haemophilus
influenzae ka1 HEPIKGOV AANWV opyavioudv (miv. 1).

O1 apxikoi otdxo1 evdg TET0I0L EYXEIPHPATOS NTav n
avdmruén orparnyikig Kai texvonoyiag, yia va xpnol-
ponomBsi omv avdavon touv yovididparog tov avlp®d-
nov. Evbiagpépov, sniong, napovoiaze ka1 n Svvardin-
1A KAravoénong twv €SeNIKTIKOV Otoxmv peralt Siago-
PeEURGOV opyaviopudv. H okéyn Suwg 61 Baoiké xapa-
KINpIoTIKS Tng BioNoyiag arnotenel 10 yeyovdg Ot o ye-
VETIKOG KDBIKAG efval KOS yia SAoLG TOLG opyavi-
opovg, oe ocvvbvaopd pe to LYNAS nocootd Siarripn-
ong g Soung Kai g Asirovpyiag twv yovidinv rard
v e§éniEn, é8woav dnAn €ugaocn otov kKAGS0 g ov-
VKPITIKAG yoviSIopatikng. %’

H xaproypdenon tov yoviSidparog npdtunemv opya-
VIOP@AV MApPEXEl MANPOEQOPIES yia TNV avaziAtnon yovl-
Siwv vnevBvVmVY yi1a voonpara, yid HoviENd MOALYOVI-
S1aknig Kupiwg KANpovopikSntag, Kabadg kai yia to d-
peco «repiBdnnov» twv yovibinv. MeAst@dviag TIg oxé-
oe1g perall yermovikadv yovidimv Kal tov Tpdro KAnpo-
VOMIKAINTAG avt®dv, AapBdvovialr nAnpo@opieg OXETKA
pe nv anAnnenibpaon twv yoviSiov Kal yid 1o ndg ol
avadiard€eig oe yovibia sival onpaviikég, onwg ong Sid-
@opeg HOPPES Kapkivov. [pdrunor opyaviopoi, Kuping
Booe1611 ka1 novrikia, xpnoiporiolo¥vial Kal yid tn pe-
A€tn TG MoNLYOVISIAKAG KANPOVOMIKAINTAG. ZNHUAVTIKG
PONO otnv Karavénon tng £nipacng noANANA@®V yovi-
Siwv omnv ékppaon evég Bionoyikob @arvétuvnov Sia-
Spapduocav o1 BiBAoOrikeg youiSiov in vivo (Siayovi-
S1akd novrikia nov nepiéxovv peydna turipata DNA oe
1exvntd @opéa).

Ta oroixeia nov mpokvrnrovv and tnv avdivon Twv
S1apépmv yoviSiopdiov kataxwpovvtal o Bdosig Se-
Sopévwv (cDNA libraries, EST data-expressed sequenc-
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ed tags). Avo Baoikd npoypdppara avdivong tov Se-
Sopgvav avtav eival ta XREFdb kar DRES.

210 XREFdb, yovibia npdtunmv opyaviopdv Guykpi-
vovtal pe yovidia nmov €xouvv petannaxBei oe avBpdmi-
veg nabricelg. Ynonoyizeral 6t yia nepinov ta 2/3 tov
yovi8iwv rnov oxetizovral pe S1dpopeg véooug vridpXouvy
opdnoya os npdrunovg opyaviopovs. Kard cuvéneia, o-
noiadninote nAnpo@opia oxeuxkd pe tn Soun, tn Asl-
tovpyia kai tm Béon youiSiov npdrunmv opyaviou®@v
unopel va S1eLVKOAVVEL TN PEAETN TWV OPCNOY®V MPOG
auvtd perandaypgvov avbpdnveov yovidiov. %%

To DRES (Drosophila-Related Expressed Sequences)
emrIpénel Tov npoodiopiopd avlp@dmvmv yovidinv rnouv
gvbldvovtal yia v gu@Avion HEIaNNaypEVmV Qavotu-
nov omv Drosophila. lpokdntouvv €to1 yovidia vnoyr-
1A y1a TO CLOXETIOUS TOLS e avBpdmiveg nabnoeig.

[ToANd Spwg and ta yovidia nov xapakinpizovial wg
opdnova pertalt ing Drosophila kal tov avBp@dnov sp-
@avizovv 8i1agopég orn Aeitovpyia tovg. H ocuykpitki
avdivon kadeftar va eppunvedoel Kal 10 81aQOPETIKS
1pdéno Spdong Spoiwv yoviSimv. Z1o npooexEg HENNOV,
gvag dnnog opyaviopdg, to zebra-fish, 6a npootebei ota
npoypdupara avddvong XREFdb ka1 DRES, pe okond
va 8doel nAnpoopieg yia v euBpuikri avdntuén towv
OMoOVSLAGTIDV.

H pengin npdéronev opyaviopdv, énwg o C. elegans,
Bonbde1 orov npocbiopiocud vémwv yovidimv Kal annn-
AOLXIAOV ENEYXOL, HEOM E18IKAOV MTPOYPARPAT®V HEAEING
yoviSinv ka1 e§ovimv.

EmnAgov, n ouykpitikn avdivon 1oV pn KoS1Komoin-
pévav neproxdv tov DNA orov dvBpwno ka1 og opya-
viopoUg dnwg ta novrikia, angédeife 1o peydno Babus
Siarripnong twv anANNoOLXIOV AVIOV Katd v e€€nién.
210 péNNov, n OCUYKPION TV MEPIOXOV AVIOV OToV Av-
Opwno kair os €§eNIKTIKA MO ANOPAKPLOPEVOLS Opya-
VIopoUg, Srmg Ta Kotdrnouvna Kai 1a pdpia, ev8éxeral va
anodeixOef xprioiun. %%

H penémn g Nerrovpyiag sevég yovidiov nepinapBdvet
Kal tTov akpiBn kabopiopud tng eviSmong 1oV NPoidviog
10V yoviSiov oro kittapo. TexvikEg této1ov eibovg Xpn-
olponolodvidl yia yovidia rnov OXerizovral PE TOV KUT-
1apI1KS KOKNO Kal tny Kuttapikn avénon. H obykpion tng
@ULOIONOVIKNG evIdMmoNng piag npwieivng pe v svtdm-
on piag texvnid annoiwpgung (petandaypsévng) npo-
teiung vnodnAdvel Siaopés os npwieivikég Ooeig a-
napaitnieg yia tn AsItovpyia Kai tnv evidmnon avidv. %%

H penéin npdtuoneov opyaviopdv enektdbnke kai og
MPOKAPLHMIIKOVS opyaviopolg mov svBivvovtal yia a-
oBéveieg, n.x. Helicobacter pylori, Chlamydia pneumo-
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niae, pe okond v avdmruén mo svaicOntov Siayve-
OTIKAOV £PYANEI®V KAl TOV EVIOMIOUS VEMV OTOX®V yid
spBsiia.

7. EMINTQXEIX THX XAPTOTPA®HXIHX
TOY ANOPQITINOY TONIAIOMATOX

Me v €vapén tng xaproypdenong tov YoviSidpatog
KRartéomn caeng n avdykn napdniAnAng peNEing twv nbi-
KQOV, VOUIKOV KAl KOIVOVIKOV EMIMTIOCE®V, MOV OXETi-
zovtdal Pe TNV e@appoyn g véag texvonoyiag om pe-
AEIN TV YEVETIKAOV voonpudimv.

>1n Bdon avrii avamrvxOnke to npdypappa ELSI (Ethi-
cal, Legal, Social Implications), oto onofo Si1até€Bnke 10
5% mnepinov tov npodnonoyicpoy, e oKond va Hene-

thoe1: 55438

— Tig Suvardinteg xpriong kai aflondynong g YeVeETI-
KNAG NMAnpo@opiag

— Tn Suvardinta spappoyrig tng véag texvoioyiag ornv
RAVIKA npd€n

— Tig emm@oeig nov pnopei va npokByouvv and tn xpri-
on g Bioiarpirnig €psvvag

— Tig npotnoBéoeig yia v emudpE®Oon TV EMOTNUO-
VOV LYEIAg Kal tov Kowvoo yia 1ig duvardinieg Kail Tig
MPOOIMIIKEG and tn xaproypdenon Tov avBp@mvouv yo-
viSidparog

— Tn xprion tng véag texvonoyiag yia PHeNEIn Ing yeve-
TIKAG nolkiINopop@iag avdpsoa oe dropa Kal Kowmvyl-
KEG opddeg

— Toug 1pdnouvg pe tovg onoiovg PULAETIKOI, eBvikoi Kat
OIKOVOMIKOI Napdyovieg eEnnpedzouvv Tn Xprion, TNV Ka-
Tavénon Kal v EpUnveia tng YeVETIKNAG nAnpogopiag,
N Xpron TV YEVEIIKOV LIINPECIAOV KAl yid TNV avd-
mtuén TNG MOAIMIKNAG Mov OxeTizetal pe 1o Bpa avtd.

2 npaktikG eninedo, onpepa €xouvv yivel npoondbeieg
yia t B€omon vopoBeoiag Kal t S1apdpemon Kolvm-
VIKAG oupunepipopdg, nov os peydno Babus s§aogani-
ze1 ka1 v 1810ktnoia tov BioAoyikoV LAIKOY Kal Tnv a-
TOMIKASTNTIA TNG YEVETIKNAG MANPOQPOPIAg yia TNV Ano@u-
Vi NG KoImVIKRG S1dxkpiong pe Bdon to yevenks vnd-
oIpmwua ToL arépov, nov Ba pnopoviocs va Snpiovpyni-
oel npoBaripara omnv acediion kai to Sikaiopa epya-
oiag.

2e eupwnaikd eninedo, o1 cuzntrioslg oto ZvpBovnio
ng Evpdnng dpxicav otnv apxn tng Sskastiag tov 1980
ota nhaioia piag ad hoc emtponrig (Enmrponn Bion6i-
KAG) yia tn PeN€In twv npoBAnudr®mv nov Gxetizovial e
v e@appoyni g Biotexvonoyiag orov duBpwrio.
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O1 ocvzntrioeslig avtég Karénngav omv vnoypa@n obp-
Baong, v onoia vIEBENCe Kal n x@pa pag Si1d vépov
10 1998 (N. 2619/1998).

H obpBaon autd, nov agopd to avBpdmvo yovidin-
Ha ota GpBpa 11-14, avagépsral omnv anaydpsvon Kd-
Be popeng 8idkpiong Tov artdpov pe Bdon ta yeveukd
TOL XAPAKINPIOTIKA KAl TNV €MNOYri Tov @UAOL yia NG-
youg dnnovg ektdg and kabapd 1arpikovs. Avagéperal

E. KANABAKHY ka1 A. ZAIAAPA

pizovtag 6t avtég Ba pnopovcav va emrpanovv pévo
yia rnponnntikoVg 1 Beparnsvtikovg AGyoug Kal noté yia
annayn oro yoviSiopa towv anoyovemv tov. Avagépesral,
1éM0G, OIn Xpron £pyactnplarkdv efetdoswv yia npd-
Anyn yevenkrnig véocov oe eninedo @opéwv i yia avi-
Xvevon yevetkhig npodidBsong. O1 sfetdosig avtég Ba
npénel va yivovral uévo epdoov eival npog @enog Ing
vyeiag Tov atépou Kail Petd and KatdAANAN YEVETIKNA GL-

64,65

eniong ong napspBdoeig oto avBpdmvo yovibiopa, o-  BOLNAEULTIKA.

ABSTRACT
The human genome project
E. KANAVAKIS, A. XAIDARA
Medical Genetics, University of Athens,
“Agia Sophia” Children’s Hospital, Athens, Greece
Archives of Hellenic Medicine 2001, 18(5):475-484

Mapping the human genome is considered to be the most important development in biology with great im-
plications for medical science. The goal of the Human Genome Project is to sequence the entire human
genome, which contains the whole genetic information. The human genome consists of 3 billion base pairs of
DNA which are distributed among 24 distinct chromosomes, 22 autosomes and 2 sex chromosomes. Within
this vast array of nucleotides is encoded an estimated 50,000 to 100,000 genes and the necessary elements
controlling the regulation of their expression. The coding portions of genes represent 2-3% of human DNA.
The human genome is characteristic for humans but it is not unique, since the sequence of a normal allele
differs from one or more polymorphic alleles by changes affecting the DNA sequence. The Human Genome
Project was officially begun in 1990 by the academic research community and was accelerated in 1998 by the
efforts of private corporations. The results of both parts were announced in common in June 2000. In Febru-
ary 2001, each sector reported update data with its own separate publication. Applications of genetic knowl-
edge have a broad impact on both diagnosis and treatment. Genetic diagnosis is used for prevention of ge-
netic diseases by means of either prenatal of preclinical presymptomatic diagnosis. Approximately 1,000 ge-
netic diseases have already been studied and the gene responsible for them have been cloned. Genetic tests
are now available for disorders which have lower penetrance or later onset and for which there are available
limited interventions and inadequate or no treatment. Genetic tests can identify those who are affected with
genetic diseases but also those who are healthy carriers of disorders or have the genetic predisposion to de-
velop a disease if exposed to a specific environmental factor. Knowing the genetic information can prevent or
delay the development of the disease or result in the better course and prognosis of the disease. As far as ther-
apeutic intervention is concerned, medicines tailored in specific genes and the ongoing research in gene or
nucleic acids therapy will lead to diminished drug side effects and permit better or permanent disease control.
Comparative genomics assists in better understanding of the gene environment and helps in identifying genes
responsible for multifactorial diseases. It is obvious that the application of the knowledge obtained by the Hu-
man Genome Project raises ethical, legal and social issues. The goal of the study of the potential benefits and
adverse consequences is to create legislation and public policies which will set the framework for assertion of
autonomy, consent, privacy and ownership of the genetic information, protection from stigmatization, dis-
crimination or modification of human relationships, and justification of the human interests and human rights.

...............................................................................................................................................................
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