KEDAAAIO 8 EDAPMOTEZ BIOTEXNOAOTIAZ XTHN IATPIKH

Egapuoyéc Bioteyvoloyiac atny latpikn

» H Buotgyvoloyio copfarel otnv mpoinym, Eykoipn ddyvoon kot Oepameio piog
acOévelns. H éykaipn dudyvoon anottel avdntuoén vaicOntov teyvik®dv mov umopovv
Vo eVTOTiGovV TNV acHEVELD GTO APYIKA TNG OTAOLN, TPV EULPAVIGTOVV TO GUUTTMOUOTE,
™G 1N VL aviyveDoel LOALVOT| amd TafoyOVOLS LIKPOOPYAVICHOVS 1 VO SLOTIGTAOGCEL
VTOPEN KANPOVOUIKNG 0oOEVELG.

» H apoinqyn coPapav acbeveimv (ratitida B, moAlopveritida, pouatioon K.4.)
YPEBLETON TTO EEEMYUEVA, ACPAAT] KO OIKOVOULKE TPOGITA EUPOALA, EVE OmonTeiTon 1
avdamrtuén epPoriov yia Tpoinyn tov AIDS, g unviyyitidag Kot Tov Kopkivov.

» H amoteleopotikn Oepameio mpodmodETel KaTavonon TV PloynUIKOV UNYOVIGLOY
KOl TOV YEVETIKOV LOPaBpov TG ac0EveLag Yo v EQAPUOGTEL 1] KATAAANAN
(QOPULOKEVTIKTY ory®mYN M M YEVETIKY €md10pOwon ¢ PAEPNG.

» H teyvoloyia tov avacvvdvacuévov DNA, g teyvikng PCR kat tov popimv-
aviYveuTaV BerTiooe TNV Tapaywyn vpeiag KALOKOG S10ryVOOTIKOV 0VCIDV
(LOVOKAWVIKA avTio®uaTa), ELPOMMOV Kol PUPUAKEVTIK®V TPoTtovTwy. H yovidrakn
Oepameia otnpileton otn epapuoyn teyvoroyiag avacvvovacuévov DNA yo Oepameio
YEVETIKOV acbevelmv (kvoTikn tvoon, AIDS kot thnwv Kapkivov)

2vvleon mpwteivov and faxtipia ue I evetkny Mnyoviky
» Tldvo omd 300 QuproKeEVTIKES TPOTEIVES TapdyovToL TAEOV PTNVOTEPQ, OE
ONUOVTIKOTEPEG TOGOTNTESG UE TNV TEYVOLOYi TOVL avacvvovacpéEvov DNA, pe
KA@VOToinom TV yovidiov tov avlpdmov. Metald Tav TpdTt®mv Tov ToPUGKEVAGTIKOV
glval ) tvoovAivn, o1 vtepEePOVES Kot 1 AVENTIKN OpUOVT).

DoppokevTikic TPOTEIVEG pE TELVOLOYia avacuvivaspévov DNA

Tlpwreivy Xpnon n Ocparncio oe llpwreivy Xpnon n Ocpaneio oe
o -ovTidpouyivn gpevon U mapayovtag VIII oppoPMa A
KOAGLTOVivN 00TEOTOPWOGT mapdyovtag IX aloppopirio B
YOPLOVIKTY YOVAOOTPOTivN yovaikeio 6TelpoOTNTA avENTIKT OpuoOvn ayovopomAaciol
EVOOPOIVEG, EYKEPOAIVEG avoAyntikol mopdyovteg | wvGovAivn SN
EMOEPKOG AENTIKOC TOPAY®Y | TpadUATO WWTEPAEVKIVEC KOPKivo, 0VOGOTOUTIKO
[Mopdywv vékpwong dykwv AVTIKOPKIVIKOG Tapdywv | epuOpomomtivy avaipio
Evepyomomtng mhacpvoyovou | Bpopforvtikog mapdywv | Iviepoepoves a,p,y OVTIKOT-0VTIKOPKIVIKOL

(tPA) TOPAYOVTES

» H woovkrivy gival oppovn amotedovuevn amd 51 apvoléa mov TapdyeTol o€ E01KA
KOTTAPO TOL TOyKPEATOS Kot puOuilel To petafoiopd Tmv vouTavOpdkmy (EWOKE TNG
YAVKO{NC) oto aipa. O dafnng elvarl achévela mov yapaktnpiletarl and peimon 1
EMAEWYT IVGOLAIVIG Kot ot avTov Thoyovy mtave ord 60.000.000 dropa 6tov KOGLO.

» H wvoovAivn ypnowonoteitat yia tn Oepomeio twv dwafntikdv. [pw to 1982 o1 anyég
WGOLMYNC NTaY TO TAYKPENS Amd Yoipovg Kot fOOEION Kol TopayOTaY amd EKYOAIGN
TOV 16TOV oVTOV. H tvGovdivn avt elye pukpodiagopég ot chotacn omd v
avOpOTIVI TPOKAADVTOS OALEPYIKES OVTIOPACELS EVA NTAV OOV PY).

» H woovAivn amoteAeital and 600 pkpd mentidia, A kot B, mov cuykpatodvtal peta&y
TOVG E OLIGOVAPLOTKOVG OeGOVG. To Yovido ¢ vGovAivng Tapdyetl TV TPOIvVGOVAIvY
OV TEAIKA LETATPEMETOL GE LVGOLALIVT).
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K01 OTOHOVAOGNS TOV YOVISiov : B-alugida

o amopovmor cuvolikoh MRNA arnd KdTTOpA OVOPOTIVOL TOyKPENTOG
o Katookevn dikhovov popiov CONA kol eveopudTt®mon o€ TAacUidw
O UETACYNUATICUOC PaKTNPiOV LE TO AVACVVIVAGUEVO TAACUIO0 KO
TOAMOTAAGLOGUOG TOVE G€ OpenTIKG VAMKO
o emioyn Poknpiov Tov TEPLEYOVY TO YOVIOI0 TOL KMOTKOTOIEL TV TPOTVGOVAIVT
o avantuén tov Baktnpiov avtdv 6e Bloavtidpactipa, GVAALOYH TNG TPOIVGOVAIVIG
KOl LETATPOTN TNG GE WWGOVAIVI amd £VOLUO TOL aPOpEl TO EVOLAUESO TTENTIOO
» O1wvTep@ePOVES EiVOL OVTILKEC TPOTEIVES TOV TOPAYOVV KOTTOP LOAVGUEVO 0o 100G,
O TpOTEIVEG AVTEC EMAYOLV TNV TOPAYDYT] GAADV TPOTEIVOV Ot TO, YEITOVIKA VYN
KOTTOPA 01 0TTo1Eg EUTOOILOVV TOV TOAAOTAAGIAGUO TOV 1OV ¢~ avTd. Ot vtepPepdVeS
elva ocvyyeveic mpaoteiveg taStvopovpeveg o€ 3 opdodes (a, B, y) avaioya pe
Broymuun evepyodtntd toug. Evolapépouv Gav avtukol Kol avTikopKivikol TapayovTeG.
[Tapdyovtal o EAGY1GTO TOGE GTO COWUA OUMS 1 TOPAYWDYT| TOLG CTIUEPO GE TTOAD
peydilo wood yiveton pe péBodo mTapoOUOL LE QT TNG TOPUYMYNS IVGOVAIVIG.

Movoriwvikd, ovtiowuato.

» Toa avticoOpoato eivol TPOTEIVIKA HOpLo Tapayouevo, amd to B-Aepugokidtropa otav éva
avTlyovo (LUKpoopyoavioog, 106 1 EEVo LAKO) mpooPdiel Tov opyaviopud. Ta
OVTICOUATO OVTIOPOVV LE TO AVTIYOVO KOl TO EE0VOETEPDVOLV.

» 'Eva avticopa avayvopilel pévo pion cuYKEKPYLEVT TEPLOYT TOL OVTLYOVOL, TOV
avTLyoviko kafoproti). ' Eva peydho avtryovo (LKpoopyaviopog) £xel TOAAOVC
OVTIYOVIKOUG KOOOPLoTEC KO Apal TopAyovTal TOAAA 101 AVTIGOUATOV EVAVTIOV TOV.

» KdbBe £160¢ avtioduaToc mov avayvmpilel Evav avtiyoviko Kabopiotr|, TapayeTon omd
uo opddo Opotwv B-Agpporxuttapmv (évav kKAmvo) Kot ovopdlovtol HOVOKAMVIKA.

» Toa HovoKA®VIKA aVTICOUOTO YPNCIUOTO00VTOL 0TV [aTpik) Gov d10yvVOoTIKA Yo TV
aviyvevon acleveldv 1 Gav EEEOIKEVUEVA PAPLAKO EVOVTIOV TABOYOVAOV
ULIKPOOPYOAVIGUMV 1] KOPKIVIKOV KUTTAP®V ETOUEVOS EIVOL GTULAVTIKN 1] TOPAYDYN TOVG
o€ peyaieg mocotntes. Opmg ta B-Aeppoxvttapa dev emPudvouvy yio ToAD £E® amd to
COUO Kol OV O TNPOVVTAL GE KUTTAPOKOAMEPYELES. AVTH TNV O1OTNTA TV ATOKTOVV
o6tav cuvTNOOLV PE KaPKIVIKG KOTTOPO OTOTE TPOKVTTOLV T, VBPLOMUATO TOV
LTTOPOVV VO, ToPAyouV PEYAAEC TOGHTNTES OVTICMLOTOG.

» H teyvikn mopaywync LOVOKA®VIK®OV avTIoOUdTov avartoydnke uetd to 1975. Eva
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EMAEYUEVO avTLYOVO YopnyeiTon e £VECT G€ TOVTIKL OTOTE TPOKAAEITOL AVOGOLOYIKT
avTiopaon UE amoTELEG O VO apYicEL | TapAY®YT AVTICOUATOV oo e€eldtkevpéva B-
AeppokivtTapa. AVo OOUEOEC LETA APOPEITAL O GTANVOG KO OITOLOVOVOVTOL T B-
AELPOKVTTAPO TTOL GLVTIKOVTOL KOTOMLY LE KOPKIVIKE KOTTOPO OTTOTE OMNUIOVPYOVVTOL
1o, VRPIOO LT TOV TOPAYOVYV LOVOKA®VIKA avTticopota. To vfpooduata propodv va
PLAGGGOVTOL Y10, LEYAAQ XpOVIKE dtactipata otnv katdyvén (-80 °C).

» To LovoKA®VIKG avTICOUATO £XOVV TIG TOPAKATO EPAUPUOYES :

0 Avoc0oltayvmoTikd. Eneidn] ta povoklmvikd avayveopilovy Evav avTtyoviko
KaBop1oTH) UTOPOLV VO, AVEYVEVGOLV GTA VYPE TOL cOpaTog (aipa, ovpa K.4.) OVGieg
vtevBuveg Yo acBéveleg, TaBoyOVOLS LIKPOOPYAVICUOVE 1 SOKVUAVOT) TNG
OLYKEVTPMONG TPOTOVTI®MV TOL LETAPOAGLOV TOL TPOOIWVILEL ELPAVIOT) KATO10G
acBévelag. H aviyvevon eivar ypriyopn, omAn, evaicOntn, akpiPrg Kot emtpénel
Jyvmo acheveldv og TOAD apykd GTASL0 TPV TV EUPAVICT CUUTTOUAT®V.
Mmopovv va GUVEIGEEPOVY GTNV adENOT TG EvGONGig KAVIKGOV SOKIUACIDY
(Tpocdloptopdg opddwv aipatog, eEakpifwon mbavig kimong). Edwkd
0VOCOJ0YVIOOTIKG TECT KATOGKEVAGTNKOY TTOL TEPLEYOVYV LOVOKAMVIKE,
OVTICOUATO Y10 EWOIKEG OPUOVES TTOV TOPAYOVTOL KOTA TV KON oM.

o OgpamevTika. Eyovv epapuoyn ot Bepaneio tov kapkivov. Ta kapkivikd kdtTopo
EYOVV OTNV EEMTEPIKT| TOLG EMPAVELN LEYAAT TOIKIAIL AVTIYOVOV TTOL OEV LITAPYOLV
G0 PUGIOAOYIKA KOTTOPA, TA KOPKIVIKA avTiyova. Etcet pmopodv va
KOTAGKEVOGTOOV LOVOKAWMVIKA OVTICOUATO EVOVTIOV OVTMOV TOV OVTIYOV®V, OTOTE
elvart ToAD 101K LOVO Y10 To KAPKIVIKGA KOTTOPO KOl LTOPOovV €161 va, Yivouv
LETOPOPEIS 1oYLPDOV OVTIKAPKIVIKOV appdkmv. Otav geicaybovv ctov opyoavicuo,
Bpickovv kot mpocParlovy TOVE KOPKIVOLG GTOYOVS KOl TO OVTIKOPKIVIKE QAPLLOKOL,
7oL gtvan cuvoedepéva L’ avtd dpovv Katevbeiay oTa KopKIVIKE KOTTOPO KoL TO
KataoTpéeovy. Emtpénovv emopévag m Oepameio ywpic yxeipovpyikn enéufaon 1
ymuetodepameio Tov £yl OLGAPEGTEC EMMTOCELC.

o Emioyn cvpfat@v opyavev mtpog petapooycvon). Ta kdttapa tov opydvov
EYOVV GTNV EMPAVELL TOVG EOIKA aVTIYOVO, EMLPAVEING TOV avayvopiloval amd
E01KA LOVOKA®VIKE avTichpata. Me Ta LovokAmvikd umopet va yivel EAeyyog Tov
0pYAVOV OMPNTAOV Y1 VO OUTIoTM®OEL oV Tap1dlovv 0vOGOAOYIKA LE QVTA TWV
ac0evaV, OTOTE AmOPEVYETAL 1] ATOPPLYT) TOV LOGYEVLATOC.

Lovidioxn Gepareio

» Tladvo ond 4000 acOéveieg opeiloviat o€ Yovidlakee petaAlacelg kot eppavifovial 6
ueydlec nikiec. Mepikég opeihovian oe £va LOVO Yovidlo, GAAEC € OAANAETIOPAOT) dVO
1 TEPLOGOTEPMV YOVISIMV KOl TOAAEG GE GUVIVACUO YEVETIKMV KOl TEPIPAAAOVTIKDV
napayoviov (axtivoBoria, ynuikég ovsiec). Oheg oyeddv mpokalovv dvGpopeies, to 80
% Otavontikn kabvostépnon kot to 20 % Bdvato oe modkn nAikia.

» H teyvoloyia tov avacvvdvacuévov DNA g cuvovacud pe yevealoyikd o0EvTpa,
001 YNGE GTOV EVIOMIGUO TNG BE0ME 6T YpOUOCHUATO (YAPTOYPAPNOT]) TOAADY
LETOALQYLEVOV YOVIOIWV OV TTpoKaAoLY acBévelec. Emiong opiopéva petoddaypéva
yoviolo KA@voromonKay yia va cuykpllodv LE Ta GUGLOAOYIKA OAANAOLOPPO KoL VO
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eCaxpPmbei 1o €1d0g TV peTAAAAEEDV (OTTOC GTNV KLOTIKY| tveon, TV acHEévela Tov
Huntington, tv pwikn dvotpoio tov Duchenne «.4.).

» Oryvooelg avtég odnynoav oty avamntuén Bepaneiog mov onpileton oV TEXVOLOYiN
oL avacvvovacuévov DNA kot ovopdletat yoviorakt Oepameio. tdyog g eival va
oopbacel 1 yevetikn PAAPN elcdyovtag 6Tov achevi TO PUGIOLOYIKO CAANAOLOPPO
TOL HETAAAOYUEVOL. ATTapaitnTn TPOHTOHEST YO TNV EQUPUOYT TNG YOVIOLOKNG
Bepamneiog eivat 1 kKhwvomoinomn Tov veHBLVOL YOVISIOV KOl O TPOGIOPIGUOC TWV
KLTTAP®V oL gReaviCovv ) PAGPT and v acbévela.

» H yovidwokn Oepaneia tpmtocpappootnke 1o 1990 og £va TETPAYPOVO KOPITGL TOL
EMOGYE OO AVETAPKELD TOV CLVOGOTOIMNTIKOV GLUGTHUATOC OQEIMOUEVT GE EAAELYT] TOV
evlopov amapvden g adevosivig (ADA) to omoio cuupeTéyel 610 UETAPBOAMGHO TOV
movpwvav (A, G) ota kvTTOpa TOV PLELOD TV 06TOV. H EAAetyn vt opeiletar o€
HetdAAaEn Tov yovidiov mov mapdyet To Evivpuo ADA. H acBévela epepavilet
OVTOCMUIKO VITOAEMOUEVO TOTTO KANPOVOUIKOTNTAG Kol 01 AcOEVEIC TAGYOVV OO
YPOVIEC LOADVOELS, £x0VV TPoddbea Yo avamTuEn Kapkivov Kot woAdol tebaivovv oe
Alyouvg unvec.

» H dwdkacio yovidiakng Oepaneiog mov epapudotnke oy n €ENG :

o AgppokdtTapa Tov Tadov TopoiapBdvovion kot ToAAATA0G1AloVTaL G
KUTTOPOKOAMEPYELEG

o To evG1oA0YIKO YOVIOI0 TNG OTTAUIVAGTS TNG AOEVOGIVIG EVOMUATOVETAL GE 10-
eopéa (tov £xetl kataotel afAafng) pe texvikéc avacvvovacuévov DNA

o O yevetikd TpOTOTOMUEVOC 10C EIGAYETOL GTO AEWPOKVTTOPO.

o Ta yeveTKd TPOTOTOMUEVE AEUPOKVTTOPO EIGAYOVTOL LLE EVOOPAEPRLO £VEGT GTO
moudt ko wapdyovv to vivpo ADA.

» Ta tporomomuéva AeppokitTapa d0ev CoOuv Yo TAvVTo LEGH GTOV OPYOVIGHO OTOTE
ypEWLETAL GLVVEYNG £YYVoN TETOIWV KLTTAP®V. Ta dtopa OUMS aLTd UTopovy vo {ovv
(PLGLOAOYIKA KAVOVTOC TOKTIKN Oepameia.

» O tOHmog avtg g Yovidlakng Bepameiog ovopdletor X VIVo ylati to k0TTopa,
TPOTOTOLOVVTOL EKTOG OPYAVIGLLOD KOl KOTOTTLY
€100 yOVTOL KO TOAM G U TOV.

» KOt1opo 1oV apomomrikod GLGTHUOTOS LWITOPOVY VO,
TpomonomBovv yeveTiKd, va avamtuyfovv e
KUTTOPOKOAMEPYELEG KOl VO El00YO0VV e EVECT] GTOV
opYOVIGLO.

» O Anderson kat ot cuvepyaTeS TOL AVERTLEAY EEVTVOLG
@opeic mov mpocPdAiovv To KOTTAPA TOV 1GTOD TOL
TAGYEL, ONAAON TO PUGLOAOYIKA YOViOla,
EVOOUOTMOVOVTOL GE LOPLOL POPELS TOV E1GAYOVTOL
KkatevBeiay oTov opyoaviopd. Avti 1 yovidlokn Bepamneio
ovoudotnke in Vivo kot epappoctnke to 1993 yio

Bepameio T KLOTIKNG tvwong. Tovidiakn Oepomeia. in Vivo
(e100y®YN PLGLOAOYIKOD YOVIGIOV HECH 10V,
Mmocopdtov 1 yopvov DNA)
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> H xvotikf ivioon opeiletat o€ petdAlacn evog yovidiov (7° ypopocmpuo) Tov
kodwomnotei pia tpoteivny (CFTR=Cystic Fibrosis Transmembrane Regulator)
OTOPOUTITY] Y10 T CMOTY AETOVPYiD TOV EMONAIKOV KVTTAPWOV TOV TVELUOV®V
(éleyyog 01EAevoNC YAwpiov HEGH TNG KLTTAPIKNG UEUPPBEVNC) Kol TapoLstAieL
QVTOCMUIKO VTOAEMOUEVO TUTTO KANPOVOULKOTNTAC.

» To pucioloyikd yovidlo eveouatmdnke oe Evav adevoid. O avacuvoLacHEVOS 106
e10NABe oTOV OpYyOaVIGUO e YeKaoUO e TN fonBeta Bpoyyookomiov Kot LOAVVE To
KOTTOPM TOV OVATVEVGTIKOD GUGTNUOTOG. META TNV €160y®YT) TOL GTO KLTTAPO, TO
PUVGIOAOYIKO YOVIOI0 EVGOUATOONKE GTO YOVIOIOUA TOVG KoL TOPTYOYE TO PUGLOAOYIKO
TPOIOV.

» H epappoyn g yovidaxkng Oepameiog eivat akOpo TEPLOPIGUEVT SIOTL LITAPYOLV
TpoPANUaTa LE TN XPNOoN TOV PopEmV. AV kot Kabiotavtol afiafeis, vrdpyet pikpn
TOaVOTNTA VO TPOKAAEGOVV TTAPEVEPYELEG KOl GE LEPIKES TEPIMTMOCELS KOPKivo. Me Tig
ueBodovg TG Yovidrakng Bepameiag dev avtikabictatol To HeTaAAayUEVO YOVIdlo oTa,
KOTTOPO TOV OPYOVIGLOU OAANL EVOOUATMGT] TOV PUGLOAOYIKOV YOVISIOL 6TO Yovidimuo
LEPIKDV COUATIKMOV KLTTAP®V Kol GLVETMG 0eV peTafiBaletor 6Tovg amoyovoug.

Lpdypouuo avOpadmvov yovioiouarog

> To avOpdmvo yovidiopa amoteleitar omd 3®10° Levyn Baoewv DNA katavepunuéva og
ypopocopato. To 1986 Eekivnoe o1ebvig cuvepyacia e 6Komd TN YopToypPaeNoN
ONAadN ToV EVIOTIGUO TNG BEGMC TV YOVIdIMV 6T YPOUOGOUOT KOL TOV
TPOGAOPIoUO NG aAAnLovyioc towv Bdcewv tov DNA oto avBpamivo yovidiopa. To
pdypappa dpytee to 1990 kot yapic GTNV GVTOUATOTOINGT) TOV EPYUGTNPLOKOV
uefodmv odokAnpmdnke to 2001.

» H avdivon tov avOpmmivov yovidsiopuotog cuuPaiet :

O X1 HeALTN NG 0pYAvVMONG Kol AstTovpyiag Tov yovidiwuotos. Ilpocdtopiotnray to
oOVOLO T®V YoVIdimV Tov kmdikorotovv tpwteivec (<40.000), o1 puOuictikég
TEPLOYES TMOV YOVIOIOV OVTAOV KOl 01 TEPLOYES UE AYyVmOTN AElTOVPYiaL.

o XV avdamrtuén pebodoroyiag didyvwong kal Oepaneiog acbeveldv e v edpeon
™G 0€omg kot TG aAAniovyiag TV yovidiov mov oyetilovia e ac0éveles.

O X1 peAén g eEEMENG Tov avOpdTIVOL R
yovidtwpatog. I'” awtd mapdAinia s singon o
4 4 \ opyaviopwy
TPOYPALLATO TPOGOOPIGLOD TNG —

oAAnAovyiog GAAmY e18®V (TpdPaTo, GKOAOG, 52 eR) -
ayeldda, EVTOUO, YEMCKMANKOG, - ™
uiKpoopyavicpot) Bo amoKaAVYoLV TIC
eCEMKTIKEG OYE0ELG LETOED TOV EWOADV

Ziyxpion YoSiwpdray
——  SI0QOpETIKGY opddiv

o 211 palkn mopaywyn Tpoidvimy LE TIG B
nebooovg g Bloteyvoroyiag petd v : o
ATOUOVOCT TAV YOVISI®V OV £ivat yproLpLa s o ety v
ot 'ewpyia, tnv Ktnvotpooia, tnv e

doppaxofropnyavia kot tn Brounyavio.

Eopoppoyég mpoypappatog avlpdmivou yovisidpaTog

MITZINAAHZ BAZIAHZ 5



