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Koatnyopisg yeveTIK@v voonudtmv 1ov avlpomov

Ta yevetwkd voonuota pe Paon v attioAoyio Tovg SoKPIvOVTOLl o€ TPELS KUPLES

KaTnyopies:

®  OTO LLOVOYOVIOLOKA,
®  TO YPOUOCMUOTIKG KoL

®  TO TOAVTOPAYOVTIKA

1. Movoyovidrwokd voofjpato

Ta povoyovidwakd voonuato o@eiloviol oe UETOAMAEES €VOG GLYKEKPIUEVOD
yovidiov. H petddiaén pmopet va evromileton gite 6t0 éva pOVO avtiypoapo yovidiov
(OnA. ot0 €éva aAANAOHOPEO) ©TO &va YpOUOcOuUE omd TO (eVYOG OHOAOY®V
YPOLOCOUATOV €lTe Kot oTo OV0 GAANAOHOPEA. Ot PHETOAAAEELS OVTEG TPOPOVDG
0dNyobv o€ dpapatiKd AdBog ot yYeveTIKN TANpogopia kabmg pio tétota petdAriaén

elvat wovn omd pHovn g va 00N YN oEL 6€ KAVIKO patvOTuTO.

H xAnpovounon twv HOVOYOVIOIOK®V VOOUATOV EUQAVILEL YOPOKTNPLOTIKA
TpOTLTIOL KANpOovOunone. Xuvnlme avutd to voonuoto gival ondvio 6tov TANBueuo
kol epeoavifoov ovyvotteg 1 ota 1000 dropo 1 Kot TOAD pkpOTEPES. YTApyovv
BéPata ko cuykekpluéveg eEapEcelc ot omoieg Ba avapepOBovv otn cvvéyeta. TTopdin
™ YOUNA ovxvOTNTé TOVG, 6TO GUVOAD TOVLG APOPOVY GNUOVTIKO TOCOGTO TOV
mAnBuopov (éog kot 2%). H mietoynoeio (~90%) tov povoyovidlok®y voonudtmv
TPOTOEKONADVETOL KOTE TNV OdK)] MAKio. XTo  HOVOYOVIOIOKA  VOOT|LOTOL
OLYKATOAEYOVTOL Kot aVTd oL opeihovian o€ petdriaén oto DNA tov proyovdpiov

(Awgavewa 1).

Ymv Pdaon dedopévov OMIM (On line Mendelian Inheritance in Man,
http://www.omim.org/) mepiappdavovtar ~4000 povoyovidiokd voonuoto. o v
mieoymoia avtdv (~3400) ivar yvooto 10 vredBuvo yovidlo, HeTaAAAEELS TOV OO0V
TPOKOAOVV TO OVTIOTOLYO VOOTUL. ZVUVOAKAE, HEXPL TOpA £xovv TawTomon el ~2000
yovidw. Ymapyouv OpKETEG TEPUTTMOCELS OV WUETOAAAEELS GE OPOPETIKE Yovido
UTOPOUV VO 0dNYNoOVY oTO {010 VOoMUo (YEVETIKY €TEPOYEVEIR) KOOMG Kot

TEPIMTAOGELS TOV OLOPOPETIKEG UETOAAAEELS GTO {010 YOVIdlo 0d1yovV o€ dKPLITd



voonuato (etepoyéveln aAAniopdpeov). O apBudg tov 2000 yovidiov (amd To
~23.000 mov éyel o vBpwmog), To omoia Eyovv cuoyeTicel Emg TP pe KATO0
povoyovidlokd voonpa gival mbovov ott Ba avénbel pe v gpappoynq coyypoveov
TPOGEYYIGEMV KOl LOPLOKAOV avVOADCEDV PEYOANG KMpakos Tov epapuoloviar TALoV

(Awgavera 2).

Onwg mpoava@Eéptnke ot LOVOYOVISLOKES dLOTaPayES ELPAVILOVY YOPOKTNPLOTIKA
TPOTLTIO. KANpOoVOUNoNG Ta omoia ameikovilovtal o€ yevearoywkd dévopa pe Baomn to
OTKOYEVELNKO 10TOPIKO. AVTA Tl dEVOPO AmOTEAODV [l CYNUOTIKY OTEKOVIOT] TMV
OTOL®MV H0G OIKOYEVEWNS, TOV VOCOUVTIMV KOl U1, UE TLIOTMOMUEVO COUPOAN
(Awgavereg 3 ko 4). Ta mpoétvmo KAnpovounong e€optdviar amd 1O AV TO
petoAlaypévo yovidwo gvtomiletal o€ avToocmpatikd (ta (evyn ypopocopdtov 1 g
22) 1 evletiko (ypopooopoto X kot Y) ypoUocoua Kot ord T0 av 0 TooAoyIKog
QoVOTLTIOG €ivol EMIKPATNG N VTOAEWTOUEVOG, ONA. Yo TNV EKONAMOY TOL OPKEL
UETOAAAEN 0TO €va amd To 000 1} Kol 6T OVO CAANAOHOPPO (avTiypoapa YoVidimv ota
dv0 ypopocopata evog LeDYoVs) EVOG GLYKEKPIUEVOL YOVIOIOV, aVTIOTOL0. LVVETMG,

VILAPYOVY 4 KOPLOL YOPOKTIPLOTIKA TPOTLTO LOVOYOVIOIIKNG KANPOVOUNONG:

®  AVTOCOUOTIKO ETIKPOTESG
¢  AVTOCOUOTIKO VTTOAEUTOUEVO
o YVVOEOEUEVO LE TO YPOUOCOUN X, EMKPUTEG

o YVVOEOEUEVO LE TO YPOUOGOUO X, VTOAEITOUEVO

Mo mv ekdAoon TOV eMKPATOV voonuatwv opkel 1 Vvmopén evog povo
UETOAAAYLEVOL  OAANAOHOPPOL. Q06TOCGO, TOPOAO 7OV Ot €TEPOLLYDTEG Y10 TO
LETAALAYUEVO OAANAOHOPQPO TAGYOVV, cLVBmG ot opolvymteg €xovv PopidTeEpo
eoawvotumo. Ocov apopd v enintoon Tov petaAldlewv avtég eite pmopet va etvan
KéPOOLG Aertovpyiag, ONA. 10 peToddaypévo cuveyilel kot mapdyel Tpoidv 10 omoio
napePPArAETAL LE KATTOLO TPOTO GTN AELTOVPYid TOV TPOIHVTOG TOL TOPAYETOL OO TO
QLOOAOYIKO OAANAOUOPPO glte OV Tapdyel TPOIOV Kol | GUVOAIKY TOGHTNTO TOL
TOPAYETAL OO TO PLGIOAOYIKO OAANAOLOPQPO dEV EMAPKEL Y10l VO KAADWYEL TIG AVAYKEG
T0V  KvtTdpov/ictov/opyavicpov. H televtaio mepimtoon yapaxtmpileton  ©g

amloovendpkeilo (Alapavera 5).



INo mv exdioon tov vrolewmopuevov voonudtwv Bo mpémel vo vadpyovv
UETAALAEELS Kot 6Ta, OVO OAANAOHOPPO. AVLTEG Ol peTaAAGEES pmopet va etvar 1d1eg
peTald TOug M SPOPETIKEG. LTV TEAELTOIO, TEPIMTMON TO GTOUO TOV TIG (QEPEL
ovopdletoan ovvletog etepoluydtng. Ot peTaAAGEelc mov €xovv mEPYpOael oTO
VTOAEWOUEVO, VOOT|LOTA EVOL KVUPIWG amdAElG Aettovpyiag, OnA. odnyodv cg Tpoiov
yovidiov mov eite dev elvar Asrtovpywkd eite €xel peimpévn dpactikdtnTo gite
TapdyeTal o€ YopUnAdTEPQ EMMESQ GE GYECN UE TO PVCIOAOYIKO.

[Na v xotavoénon tov Tpdmov KANPOVOUNGONS TV VOonUdt®mv mov gival
ouvdedepéva pe 10 ypoudocopo X, Ba mpémel va yivouv KATOVONTES OPIGUEVES
Baocwég apyéc. Ta apoevikd dropa £rovv HovVo éva ypopdcopo X Kot apa Exovv Eva
Uovo avtiypa@o yio o yovidw mov gival cuvdedepéva pe 1o X. Avtifeta, ta Onivkd
dtopa, Tov £Y0VV 2 YPOUOCOUATO X, £XOVV dVO avTiypaa Yo To Yovidlo Tov ivon
ovvdedepévo pe to X kot pumopovv va givor opdluya (000 idw aviiypoaea) M
etepdluya (000 OlPOPETIKA avTiypapa, aAAnAopopea). Eniong ywo ta mepiocdTEpa
YoVidla TOV YPOUOCOUATOS X, To ONAVKE £Y0VV AMEVEPYOTOMUEVO TO EVAL OVTIYPOPO
Kol £Tol avTIoTaOpleTon 1 YOVISLoKT 000N HETOED OPCEVIKAOV Kol ONAVKOV oTOHmV.
Mo va exdnAwBodv to vroAewwdueva VOGHUOTO OV €lval GLVOESEUEVA WE TO
ypopocopa X ota Onivkd dtopo Bo mpémer va givor petaAlaypéva kot tol S0
avtiypaga yovidiov (oAANAOUOpPPE) eV oTa GpoEVIKG dTtoua opkel va  givou

petaAAaypéva o évol (Kot Hovadikd) aAANAOLOpeo oV @EPOVY (Ala@aveles 6-9).

> ovvéyewn o avaivBel n tabopuvcioroyia, 0 TPOTOG KANPOVOUNGNG Kol Ot
TPOGGEYYIGES HOPLOKNG SLAYVmMOoNG 000 HOVOYOVISIOKMV VOGNUAT®V, TNG KLGTIKNG
tvoong kot tov aocearpvortabeidv. H emdoyn tov cuykekpluévov voonudtmv
Baciotnke omnv vYMA cvoxvoéTNTO OV £YO0LV GTOV TANOLGUO KOl GUVETMC GTO
EVOLPEPOV TIOV TAPOLGLALOVY OGOV APOPA TN SUYVAOGCT POPEDV, TV TPOYEVVITIKN

duryveoon Kot T1g Bepamentikég mpoceyyioelg

A. Kvotikn ivoon
Tpomog KAnpovouNn oS KoL GLYVOTNTA ERPAVIGNS

H xvotwkn tvoon (M voxkvotikr vocog, kmdwdg #219700 ot Baon dedopuévav

OMIM) eivor o amd TIC CLYVOTEPEG YEVETIKEG, HEVOEMKE KANPOVOLOVLEVEC,



acBévelec tov avOpodmov. O TpdMOg KANPOVOUNGNG 1TNG Eivol  OLTOCMOUIKOC
VTOAEWMOUEVOG, ONAAOT Yl VO, VOGN OEL £voL dTopo Bo TpEmel apevag Kat ot dVo Yoveig
TOV va gival QOPELG Kot APETEPOV VO KAPOVOUNGEL TO, LETAAAAYUEVE OAANAOLOPPOL

TOV YOVE®V TOV.

Y1oug Kavkdoiovg, n cvoxvoétto gopémv, ot omoiot ivol AGLUTTOUATIKOL,
etvan Wwitepa vynA, mepinov 4%, evod n cvyvotnta T@v aclevav extpudtar og 1
ota 2500 dropa. Qotd60, 1 KVOTIKT tveor £xel dtayvoobel o OAeC TIG TANOLGLIOKES
ouddeg oe YaunAdTEPES cuyvotteg (N avtictoyn cvyvotnta 6tovg Actdteg ivan

1/100,000 yevvioelc) (Awagdvera 10).

O «ivovvog amdktnong mdoyovtog madoL yo Eva (evydpt eEopTdtal amd ™
oLYVOTNTO ELPAVIOTC TOV VOOUATOS GTNV TANOLGLIOKT OUAS0 GTHY OTTOi0L VIIKOLV.
"Etot, v toug Bopetoapepikavovg, mov katdyovion and ™ Bopeio Evpomn kot dev
€XOVV OIKOYEVELNKO 10TOPIKO TNG VOGOV 0 Kivduvog va givar £va dTopo gopéag sivat
nepimov 1 ota 29 kol ovvendg o kivovvog evog (evyoplod va amoKTNoEL v
nwpocPePAnuévo maudi eivan 1 ota 3200. I ta Cevydpra ta omoia £xovv O Eva Todi
LE WVOKVOTIKY VOGO, 0 KIVOUVOC EMAVEUPAVIONG TOV VOOT|LLOTOG GTO, ETOUEVO OO

sivarl 25%.

To 1997, ot0 Xvvédpro tov EOvikdv Ivotitovtewv Yyesiog vmple opdpmvn
amd@AoT Kol GUVESTNON 1 EPAPULOYN EAEYYOV OVixVELONS POPEMV G OAEC TIG EYKVEG
yovaikeg kot to Cevydplo mov mpoypaupdatilov eykvpoovvny ot HITA. To
Apepicavikd KoAéyio Matevtikrig ko ['vvarkoroyiog vioBétoe avtiv v oonyio.
‘Etot, and 1o 2004, mepinov to 25% twv eyxvav yovokov otig HITA, vrefinncav

o€ EAEYYO OVIYVELONG POPEMV VOKVGTIKNG VOGOV.

IMaBo@uvoioroyio TG KVGTIKNGS iveong

H wvotikm itvoon ogeldeton oe perodrdéerg tov yovidiov CFTR mov
Kodwkonolel pio mpoteivn-pubuiot) ™¢ SwpeuPpavikig ayoypomroag (Cystic
Fibrosis Transmembrane conductance Regulator). O poiog g mpmteivng CFTR eivon
N uetapopd wWvteov ylopiov ota emBniokd kdtropa, Omov evromileror otV

Kopveaia pepppdvn tovg. Avtd givor Kot to KOTTOPO 1OV TPOGPAAAOVTOL KATH TN



v660. Mécm g petapopds wovimv yAopiov n CFTR dwatnpel v evuddtwon twv

EKKPIGE®V GTOVG 0EPOPOPOVG 060VC Kot TOPoLS (Atapavera 11).

H dwrapayn g Asrtovpyiag g emnpedlel kupiwg ta Opyava mov ekKpivouy
BAEVVa OTTOG TO AVATTVEVGTIKO GUGTNUA, TO TAYKPEAS, 1 XOAT, TO YEVWNTIKO GUGTNHA
TOV APPEVOG, TO EVTEPO Kal Ol WpmTOTOLol adéves. Edwdtepa oTovg Tvedoveg, M
AQLOATMUEVT Kol KOAADONG PAEVVA TOV GLGGMOPEVETAL ATOPPAGGEL TNV KVKAOPOPin
oL aépa Kot euvoel v avdmtuén mafoydvav opyOaVIGUAOV, HE TEAKO OTOTEAECLO
TNV KOTOGTPOPN TOV 10TAOV KOl TNV OVOTVEVLCTIKY ovemdpkeld. Avtictolyo 610
TAYKPEAG, 1 OTOAELL EVOOATMOONG TOV EKKPICEMV 00MNYEL GTNV KOTOKPATNGN T®V
evlOL®V TOL TOYKPENTOG IE AMOTEAECLO, TNV KOTOGTPOPT) TOL TOPEYYDLOTOS KOt TNV
tvoon tov opyavov. Télog, n dvcettovpyia g CFTR otovg 10pmTomo10h adéves
Kol TOPOVG 0OMNYEL GTNV aENCTN TG CLYKEVTPWOONS TOV YA®POVYOL VOTPiov TOV

wWpota (Awaavereg 12-14). .

Iotopuci avadpopn

H npdt oAoxinpopévn meptypoaer] e moboAioyiog g KLoTIKNG tvmong
éywe 1o 1938 and tov Andersen. Exeivn v emoyn, 10 €mKEVTPO NG KAVIKNG
€PEVVOG NTOV N TAYKPEATIKN tvwoN Kol 1) d1Topayn 6TNV omoppdPNon TOV TPOPDV
(Moyo 1oV moyuov ekkpicemv mov emnpedlovv 10 mAyKpeag kKot eumodilovv Ta
TeNTIKA £VOLUO VO TAGOVY OTO £VIEPH, OOV GUUUETEYOLV OTI OIIOTACY] KO TNV

AmTopPPOPN O TOV TPOPDV).

Apxetd apydtepa avayvopiotnke OTL N TVELUOVIKY] VOGO OOTEAEL TNV KOpLoL
attioc voonpotmrag kot Bvnowomntag. Toéte, m dbyvoon g vOGoL YotV
OTOKAEIOTIKA [e Pdon To KAWVIKA YopakTnploTikd Kot 1 péon emPiowon nrav mepimov
6 unvec. H ocoppetoyn tov 0potonolidv adéveov oty tabo@uoioloyio g vOGou
amoKaADEONKE Kotd T ddpkeld vOg Kavowvo to 1948 enedn apketol acbevelg pe
KUOTIKY {voomn HETaQEPONKOV GE VOGOKOUEID e VTOVATPIOLIKY 0pLIATOOT (AOY®
avENUEVN G amdAelG vaTpiov Kot VO0TOg and TOLg WPMTOTOVS AdEVES). Avtd TO
YEYOVOGS KOl O TEPALTEP® EAEYYOG TV ACHEVAOV 0dNYNGE GTNV OVATTLEN TG LETPNONG
10V YAwpiov otov pdTo («To Te0T 1BpmdTANY) and Tovg Gibson kot Cooke to 1959 wg

JYVOGOTIKO TECT Y10, TNV KVOTIKY tvoon (Awagdvera 15).



O ocvvdvaoudg ™G avamtuéng evog a&lOTIeTOY Kol oA dl0yVOGTIKOD TECT
oe ovvovacpd pe v awénuévn emPioon TV  acbevov, o0dNynoav GTov
TPOGOOPIGUO HOG GEPAG KOAR YOPUKTNPIGUEVOV KAVIKOV YOPOKTNPIOTIKOV. [ T1g
emoOpEVEC  OeKaeTieg, O GLVOVAGHOC OLTOV TOV  KAWVIKOV  YOUPOKTNPIOTIKOV
(mpoodevTIKA  €EEAMOCOUEVT]  TVELHOVIKT] VOGCOG, OVETMAPKEW TOL €EWKPIVOVG
TOYKPEATOS, AmoPPOKTIKY alwoonepuio, kabvotépnon g avantuéng K.AT) LE T
ATOTEAEGUOTO OTO «TECT WPOTOY (OLENUEVT GLYKEVIP®ON YA®PIOV GTOV 1WPADTA)
amoTéEAECAY TO TPOTLTO YO TN OByvoN TS KLOTIKNG tvoons. Qotdco, vmdpyet
ONUOVTIKT] TOWKIAOTNTO OTNV KAWVIKY €KOVe TV 0clevdyv, HE OPIGHEVOLS Vi
epeavifouv coumtopate omd TN YEVWNON VA GAAOLG VO EIVOL OGLUTTOUOTIKOT Yol

HUNVEG 1 aKOUOL Ko YpOVIOL.

[Tapoéro mov dev vmdpyel Bepameio Yo TNV KLOTIKN (vGON, N OVIYETOTION
TOV GUUTTOUATOV £YEl AVENGEL ONUAVTIKA TO TPocddkio Cong ota 30-40 €. H
OVTILETOMION OTOYEVEL OTNV KAOOPoN TOV EKKPIGEMY OTOVE TVEDUOVEG, TNV
KOTOTOAEUNOT TOV TVELHOVIKOV AOTUDEE®V, TNV OVOTANP®OOT TOV TOYKPEATIKOV
evlOpmv Kot ™V TpoOANYN TG eVIEPIKNG omdPpaing. Qotdco, OGOV apopd TOLG
TVEDLOVEG, 1 LOVT| OMOTEAECUATIKY Ogpameio TNG AVATVEVCTIKNG OVETAPKELNG Efvor M

HETAUOCYELOT).

H oavakdivyn tov yovidiov CFTR to 1989, petaiidéelg tov omoiov
evBbvovTal Yoo TNV KVOTIKY tvwon 00NYNCE APEVOC GTNV GLGYETIOT GLYKEKPIUEVMV
KAVIKOV  YOPOKTNPIOTIKOV UE GCLYKEKPILEVOLS YOVOTUTOVG (UETOAAAEEIS)  Kou

APETEPOL AVOIEE TO OPOLO Y10, TN LOPLOKT] OyV®GN THG VOGOV.

To yovioro ko n} poteivn CFTR - Metarhaterg

To yovidwo CFTR gvtomiletan ot ypopocopatiky tepoyn 7913 nepimov 190
kb. TlepiapPdaver 27 e&dvia kot kodwomotel pio dapepppavikr mpoteivy 1480
apwvoléwv, n omolor épel TIC eENG mePLoyEs: 0V0 dapeuPpavikés mepoyes pe €&
SwpepPpavikés axolovbieg €kaotrn, Vo meployés mpdcdeons tov ATP wor pia
puOoTiky) meployn Tov  @épel MOAAEC Bécelg poopopuvAimong. O dlawiog
oynpoatiCeton omd t1g 12 dapepfpavikég axorovbies. To dvorypa kot to KAEIGLO TOV

dtAov emtvuyyavetor and v vopdAvon tov ATP 10 omoio mpocdévetar oTic dVO



TePLOYES OV Tpoavapépnkay. H pocewpuAiioon g pubuctikng meployng eAEyyet
og peyaro Babud m Aettovpyia tov dowiov (Awapaveeg 11, 16 ko 17). .

H mpdt petddhoén mov evromiotnke oto CFTR oe aocbevelg pe xvotikn
tvoon Mtav 1o EALEUUO TPIOV VOUKAEOTIOI®V, TOL OVTIGTOWEL GTO EAAEUUO. H10G
eowvvlolavivng oto eminedo ¢ mpwteivng otn Béon 508. Avty n petdAiaén
ovopporiletan AF508 kot evtomileton otV mpdIN TEPoyn ovvdeong tov ATP. H
ouxvoTTd ¢ elvar wWwitepa vymAn kot kotd péco 6po otovg Kavkdoiovg
avtiotoyel oe T0600td ~60% TV pETOAAGEE®Y TTOL €rovv TavTOTOMBEl G TMOPO.
Ewwotepa, ot Bopra Evponn n cvyvottd g eivar 70% evad ot Notwa Etpaonn
givor 30-50%. (Awa@avereg 18-19).

[Mapéro mov n AF508 eivor m mo ovyv HETAAAOEN, HEXPL TOPO EYOVV
avapepbei mepiocdtepeg amd 1400 drapopetikég petarrdéelc oto yovidro CFTR mov
oyxetilovtoar pe Vv kvotikn tvoon. H ovyvotra kot to €idog g petdAraéng
dwpépel petaéd tov mAnbuouiokov opddwy. Xtovg Kavkdoiovg, erdyioteg £xovv
ovyvotnta peyoarvtepn and 0,5% (AMyodtepeg omd O€ka) VA Ol LTOAOTES ivar Mo
ondvieg. Ilepimov ot picég amd TG petaArdelc mov €yovv tavtomombel esivon
TOPEPUNVEDGIUES, ONAON TPOKOAOVV AUIVOEIKT OVTIKOTACTOOT VM AYOTEPES OO
10 1% eivon yovidropatikég avadiatdters. Eddyiotes petadratels (6) éxovv Ppebel o
Olec tic mAnBvopiaxéc opdodes. Ilapdio mov €yxovv TawTomomMOel TOCEG TMOAAEG
OPOPETIKEG  PeETOAAGEELS oL ovoyetilovtor pe TV gUPAvion TG VOGov, 1
AELTOVPYIKY| TOVG EMIMTOOT OTNV TPWOTEIVN EYEl LEAETNOEL Y10 oYETIKG AlyeC amd OVTEG
(Avopaveieg 20-22).

[Mapoéro avtd, €govv TEPLYPOPEL GLYKEKPIUEVOL YEVIKOL UNYOVIGHOT Ko
Katnyopieg mPwTEIVIKNG dvoiertovpyiag. Me PBdaon avtd, M TPOTN Katnyopio
neplopPavel  PETOAAAEES TOL  ONUIOVPYOLV TPOWO KOIKOVIO ANENG NG
petdppaons g mpoteivng 1 actdbeir ota poépe MRNA. H devtepn katnyopia
aQOPA LETOAAAEEIS TOV SATOPAGGOLV TV AVOSITA®GT TNG TPMOTEIVNG LLE GUVETELL VO
onpovpyeiton TpdPAnUe oty emeEepyacio ™S, TOLV PLGIOAOYIKA TPOYHOTOTOEITON
oto evdomlaopoTikd diktvo kot oto ovotua Golgi. Avt n emefepyacio givon
amapaitnTn Yo TNV EKKPIoTN TNG. Xe OUTHV TNV Kotnyopio avikel kot 1 HeTdAAaEN
AF508 mov mpoavaeéptnke. Avtd ta petaAlaypévo popilo 0ev Hmopovv va eEEABovV
amd TO EVOOMAUGHOTIKO OikTvo AOY® AovBaouévng avodimlwong tovg. H tpitn

katnyopia meplhapPdvel petoAddEels mov emnpedlovv ) pvBUIoT TG TPOTEIVNG



kaBdg evtomifoviat oTig mepLoyég mpododeomng tov ATP kot ot pvOstiky tepoyn. H
TéTOpTN Kotnyopio peETOAAGEE®mV odnyel o dwtapayés G ay®YdTnTOS TOL
yAopiov ko evromilovtor otig SapeuPpovikés mepoyéc. H méumtn katnyopio
neplopPavel petaAldéelg mov oyetilovrol pe petpévo emimedn mTopay®YNG M
teMkng apBoviag popiov MRNA. Télog, n éktn katnyopio agopd petaArdcels mov
dev emmpedlovv t obvBeon tov popiov ™ TpoTeivig 0ALd TeMKd To KabioTohV
aoToON oTNV KLTTAPIKY HEUPPavn Omov givar o TeEMKOG eviomopdg Tous. OpIopuéveg
petoArdEers, 6mmg n AF508, Bewpovvtar coPapég kot cuoyetilovtan pe Papid KAviKn
EIKOVO EVD AALEC BE®POVVTAL O NTIEC. ZVVETMG GE UPKETEC MEPUTTAOGELS 1| EVPECT
™G petdArhaéng pmopet va Pondnoet oty mpdyvwon g Popdtmroc g vOsou
(Awgavera 23).

Moproxi] didyvmon petairdcemv

H yvoon tov petodrdéemv mov evtomilovron ce €vav TANOLoHO TapEyet
YPNOES TANPOPOPIES YOl TNV EPAPULOYN TPOYPOUUUAT®V TPOANYNS KATA TO OTTOoio
elval duvatov vao evtomotohv ol Qopeic Kot v mwpaypotonombel mpoyevvnTikng
duyvoon. O okomdc Tov poplokoD EAEYYOL &lvarl va dMCEL TN OLVATOTNTA CTO
Cevydplo OV TPOKEITAL VO TEKVOTOUWGOLV T OLVOTOTNTO EMIAOYNG OKOTNG TNG
KONMONG. ZTNV TEPIMTMOOT TOL JEV EPAPLOCTEL TPOYEVVNTIKOG EAEYYOC 1 €AV O1 YOVEIG
EMAEEOVY TNV OAOKANP®OT NG KOMONG, M GUEST OyvV®oN TOV VEOYVMV OV
nhoyovv umopel va. Ponbnoel ev pépet my. UE TNV TAPOYN EWOIKNG OTPOPNG Kot
naykpeatikov evibpmv. Me Bdorn avtd, artioloyeitor kot 0 KOBOAKOS ELEYYOG TV
VEOYVOV.

I'evikd, o koBolkdg €leyyoc tov mANBLoUOD Y TNV aviyvevon @opéwv
epapuoletar €qv etvar dvvatny n aviyvevon tov 90% tov petodddéemv. o mmyv
KUGTIKY tvoon 10 avtiotoryo 10c0otd givar yauniotepo (tng ta&ews tov 80-85%).
Qot6c0, otig H.ILA, epapudleton éleyyoc tov (evyopldv, to omoio ORmG
angvfivoviol e WIOTIKEG 1aTpkég vanpecies. 'Etotl, kabng dev eivor gpiktd va
npoypatonomBel  poplakdg €heyyog Olwv TtV otOpmv mov Ppickovior og
avamopaymykn nikio, cuvndmg epappodleTar o dTopa OV EYOVV £VO GLYYEVI] OV
naoyel. AVTO €Yel TO TAEOVEKTNUO. TNG OVIXVELONG QPOPEMV GE OUASES LYNAOL

KIvoUVov. MAMoTa, 0 HoplaKOg EAEYYOG G€ aVTA T dTopa eival apKeTd EVKOAOTEPOG



eMEON EYovv NON TawToTOMOEl 01 HETAAAAEEIS GTO ATOWNO TTOV TAGYEL OTATE O EAEYYOG
OoTOVG oVLYyyevelg eivor kotevbuvopevog KOl a@OpPE HOVO TIG OCULYKEKPLUEVECG
UETAALAEELS.

O mpocdlopiopds TG Oouddag LYNAOL KIvOOHVOL OTIS YMPES TOL  Ogv
epappoletar KaBoAkog Eheyyog tov mANOBVoUOD dev elval TOYIOUEVOG KOL YEVIKA
vrdpyer évrovog mpoPAnuotiopds. I'evikd, cvothivetalr n emAoyn TV OTOR®OV Vol
Baciletar oy Wiautepotnta Kabe mAnOvopo. ATd ™V GAAN, 0 HOPLOKOG EAEYYOG
cap®c Ko umopel va epappocdel oe 6Aa ta (evydploa mov to embopovv pe v
npovimdOecn OTL pUIopovV Vo KOADWYOUY TO KOGTOG KOl OTL TPUYHOTOTOIEITOL GE
EPYOAOTAPLO TTOV UTOPEL VAL OVIYVEDLGEL LEYAAO TOGOGTO TV peTaAAGEewy (85-90%).

To yeyovog 6Tt n petdiiaén AFS08 avtiotoyel og witepa vYNAO TOGOCTO
0TO GUVOAO T®V PETOAAGEE®Y Bonbdel 6TIC TEPUTTAOGEIS LOPLOKOD EAEYXOV acheEVmDV
OV O&V £YOLV OIKOYEVEWNKO 10TOPIKO 1TNG VOGOVL. X& OVTEC TIG MEPUTTAOGELS
Tpaypatomoleiton EAeyyog yio TV Vopén AT TG LETAAAENG KOl OTN GUVEYELD Y10
GAAeg 22 mov elvor pev Ayotepo oLYVEC OAAG Oyt ko Wiaitepa omavieg. Ot
OLYKEKPIUEVES UETOAAAEELS, Ol oToieg Exovv mpotadel amd 10 Apepikavikd Koiéylo
latpucng [Nevetikng, pmopov va ¥pnoiomonBovv Kot o€ GAAEG TEPITTMOELS, T.). YO
TNV TOVTOTOINGN QOPE®V KOl TNV TPOYEVVNTIKY Owdyvwon. Emedn mAéov eivan
YVOOTEG Ol petaAAdlelg mov oyetiCovion pe v KLOTIKN 1veomn Yo TOAAEG
TAnbvookés ouddec, oe KABe opdada epoapuoleTonr AUECOC EAEYYOS YW TIG
OVYKEKPIUEVES UETOAMAEEIS. ZTO TAMICIO NG TPOYEVVNTIKNG Oldyvmoons, mov
epapuoletar OTav Kot o1 OVO YOVEIG givar opelg (Ko GUVERTMC 0 Kivouvog YEVVIONG
Tad100 mov macyel lvar 25%), cvvnBmg epapudletar AMym OetyloTog omd xoploKkeg
Ayveg vopic katd tnv komon (10m pe 121 eBdoudda) kot akdOAovON poplokm

avaivon.

EmumAiéov, o popraxodg éheyyog ywo petodrdéerc oto CFTR Bo mpémer va
epappoletar Kot o Appeveg mov UPAVICOLY VTOYOVILOTNTA KOl £YOVV OTKOYEVEINKO
GTOPIKO HOVOTAELPNG N AUPOTEPOTAELPNG EALEWYNG OTEPUATIKOV TOPOL, KAVIKO

YOPOKTNPLOTIKO TNG KVOTIKTG VoG, KAOMOG Kot GTIG GLVTPOPOVG TOVG.

Ymv EAAGSa, kou omv evplOtepn mepoy] ™S Meocoyeiov, m pHOpLoKY|
dWyveon ¢ vocov elvarl opkeTd dVOKOAITEPT GE oxéomn He GAleg TANBLGLLOKES
OpadES AOY® TOV VYNADV EMMEI®V YEVETIKNG ETEPOYEVELNS (APOUOV SOPOPETIKDOV

LETAALAEE®MY), YEYOVOG TOL apevOog amoutel Tn olepedhvnon peydaov opiBpov



HETOALAEEDV KOl OQETEPOV UTMOPElL Vo OONYNOEL G OYVOOTIKA TPpOoPANUHOTO
Wwitepo OTIC TEPWTMOOELS VEWV 1 TOAD ONAVIOV UETOAAAEE®DV, KLPIOG TOV
TOPEPUNVEDSI®V Y10t TIG 0Toleg dev givarl duvatn M a&loAdYNoN TG KAVIKNG TOVG
ONUOGIOG €AV OEV VTLAPYOVV TPONYOVUEVEG TANPOPOPIES OO AEITOVPYIKA TEWPAILOTOL.
Evdewtikd, oe pion peydin pekétn mov mpaypotomomdnke oty EALGSa kol otnv
omoilo. ePappOoTNKE HOploky avdivon oe 437 oocbevelg, tavtomomOniav 80
drpopetikég peToArdéelc, ot 20 amd Tig omoieg Eyovv Ppebel povo oe EAlnves. And
11 80 petoArdaels, ot 8 NTav OapKETA GLYVEC-GE aLTEG avhkel kot 1 AFS508 pe
oLYVOTNTO EUPAVIONG OTN GLYKEKPUEVT HeAétn 53,4%, 12 petaAldéelg eppavicay
ovyvomta amd 0,5% £Ewg 1% evd ot vmdéiomes 60 Mrav TOAD OmAvViE Ko
tavtomomOnkayv og 1 £éo¢ 3 ypopoocoduato (Awagavero 24).

O yopaxtpiopds TV UHETOAAAEE®Y Kol TOV GLYVOTATOV TOVG Egivol
aropaitntn wpoimdHBeon Yoo TNV EPAPUOYN TPOYPOUUATOV HOPLOKOD EAEYYOL TOL
TANBvopod Ko Yoo TV mwpoyevwvnTiky Odyvoon. H mpoysvvntiky ddyvoon oe
Cevydpla mov €xovv Kivouvo amdktnong madtov pe ) voco 25% (emedn ko ot 600
elval @opeilg) amotedel pio €OKOAN TepimTmon amd TV Amoyn NG HOPLOKNG
SAyvmonG. Xe aUTECG TIG TEPUTTMOOELS Kol EPOGOV £xovV TavtomomBel ol petaAhdcelg
OTOVG YOVEIG TPV amd TV KONGM, 0 HOPLKOG EAEYYXOG Hmopel va mpaypatonoindel oe

detypo amd yoplokéc Adyveg 1 amd apviaKo vypo g SIUoTNU ATV NUEPDV.

Meg0000royio HOPLOKNG OLAYVOGTS KUl TPOERPVTEVTIKOS EAEYY0G

H pebodoroyia mov epapuoletal ota S0yvOOTIKG EPYOCTNPL0 TOIKIAAEL Kot
avTioTOY0 TOKIAAEL KO TO TOCOGTO TOV UETOALAEEWV TOV UTOPOVV VO aViVEOGOLV.
Mo mapdoetypa, o dSBEcto QVTOUATOTOUEVE KIT (ETOLLO AVTIOPAGTIPLOL Y10 TV
EKTEAEDT EVOG TEPALATOC) TTOV VILAPYOVY GTO EUTOPIO JEV EIVaL KATAAANAQ Y10 XDPES
mov mopovotdlovv peYAAN etepoyéveln petoAAdEewy, Omwg eivor m EAAGoa. H
wKovotnTa aviyveuong Toug yia Tig petaAraéelg otnv EAAGSa avépyetar povo oto 70-
75%. Qo61060, APKETH O10YVOOTIKA £pyacTNpLo EQOPUOLovV Kol GAAES EVOAAAKTIKEG
uebodovg mov Pacilovior otnv aivcdmty avtidpoaon moAvuepdong (Polymerase
Chain Reaction, PCR), my. ovdivon DGGE (niektpopdpnon oe mnKtopo
TOAVOKPLAOUIONG HE OWEAVOUEVT] GLYKEVIPMOT] GIOSIATAKTIKMVY ovolmv, denaturing
gradient gel electrophoresis), multiplex PCR, avdivon g x@dwhg mePoS
oAdKANpov tov yovidiov pe PCR-oAAnioOynom. Avaioyo Le TNV TPOGEYYION TOL



aKoAovOeital Ta S1YVOGTIKA EPYOCTNPIL UTOPOLV VO aviyvevcovy arnd 1o 70% £wg
KoL OAEC TIG YVOOTES LETOAAAEELS, e avTioToryo KOGTOG eEETOOTG.

[TAéov, o€ OLYKEKPWEVO SYVOOTIKO EPYOSTAPLEL Elval €QIKTA Kol 1
TPOEUPVTEVTIKY HOPLOKY Oldyvoor. Avti pmopel va e@oaprochel oe meEPMTOGELS
Cevyapidv mov elvar kot ot 600 @opeic kot ot omoiot dev embupovv va
TpoyuatomomBel o poplakdg ELEYYXOG KOTA TN SIPKELN TG KUNONS EPOGOV OUMG EYEL
Bpebetl n vrevBvVN petdAlaln kot otovg 6vo. e va epappocbet  TpoguELTELTIKN
HOPLOKT d1dyvmor, ONA. 0 EAeYY0G KLTTAP®V TV eUPpLOV OoTE va petapepBodv o

untpa povo vy Ba tpénet va tponynHel eEwompatiky| yovipomoinon.
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