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Teveuxn

I'evetikol d&ikTES YOUNANG 0GTIKNG TUKVOTNTUS GE ATONO UE KVOTIKT ivoon

Ap Aleksandra Norek

Bon0og

Tunpo latpung levetikng

Ivotitovto Yyeiog Mntépag xon [Todion
Bapoofia, [Torwvia

To péoco mpocdoKiwo emPiwong TOV ATOU®V HE KLOTIKN

tvoon €xet avénbel onuovtikd TG Tehevtaieg dekaetieg. Xav

OTOTEAECUO,  OVOOEIKVOOVTOL  VEEC  EMUTAOKEG  €KTOC  TOV

OVOTTVELOTIKOV, OT®MG Mmotomdbeia, OfNTng Kot ovopikn LTOYOVIHOTNTO, HE OAO KOl
oLYVOTEPT KAMVIKT EKONA®GON Yo TOV GuYKeKPUEVO mAnBvopd. 'Eva tétolo mpofanpa sivar
Kot M xoapnAn ootk mokvotnto (OID) 1 ooteonevia o€ dtopa pe kvotikn ivoon (AMKI), mov
avapépinke yio Tpodtn @opd to 1979. E11g pépeg pog, to TPoOPAnpa g vrofadouévng
OCTIKNG TOOTNTAG Kol TukvoTNnTaG £ivon aitepa oentd 1060 oe epnfovg, 660 Kol G€

evniixovg pe KI.

Xopn ootk mtokvotnte g AMKI

Zoppova pe perétes, 0 69% tov AMKI napovctdlovy oavénpévn 0TIk OTOAELN Kot
pewwpévn ooteomiacio (ooteomevia), eved to 57% TV mEpuTOCE®V Kpivovtal cofapng
popoens. H maboyéveon g ooteomevioag oe AMKI dev €xer texunpumbel. Xdppova pe
OVOAVTIKEG HEAETEC TOL QLPOPOVV GTNV OCTIKN OVATTLEN Kol avacLVOeoT, Kabdg Kol ota
KOTTOPO Kol Opentikd otolryelds mOL EUMAEKOVIOL OTNV OVOKUKAMGN TOV 0GTOV, M
TEPLOPICUEVT] OCTEOMANGIO KO 1 EMTAYVVOUEVT] OCTIKY OmoppOenon dadpapotilovy évav
kaipto poro oty ootk voco oe AMKI. Ot pedéteg g ooteoneviag oe AMKI deiyvouv o
abENGTN TOL EMTOAAGCHOD TNG OCGTIKNG VOGOV GE GLVAPTNOT WE TNV NAKio Kot ) PapdTnta
g mvevpovonmdfetog. H maykpeatiky avendpkelo mov mopatnpeitonr oto 80% mepimov twv
AMKI pmopet va odnynoetl o€ yaunia enineda acPfeotiov, Mmdiov kat Prropivng D, onA. tov
TopayOvVTOV mov eivar {oTikol Yo TV avamTuén Kot Ty avachvieon Tov 0oT®V. AloTapoyEs

¢ ooteomhaciog oe AMKI pmopovv emiong va mpokAnfBodv oamd ypovieg TVELUOVIKEG
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AOWMEELG, PN, Hewwpévn QLOoIKY dpactnplotnta, kabvotépnon g NPng M ond ™
YOPYNON OTEPOELO®V 1 AVTIPLOTIKAOV.

[MapapnOnke 611 opropéva mandd pe KI Exovv yauniotepn OII ta tpdTa ypovia g
Comng tov og chyKplon e VYLelg GLVOLIANKOVG TOoVG. YTtdpyovv eniong ototyeia 61t oo AMKI
nov eépovv T petarraln F508del oto yovidio CFTR €xovv yauniotepn OIl oe cuykpion pe
dropa mov EEPOVV GALEC HETOAAGEELS. O UNYOVICUOS TOL POIVOUEVOD TOPAUEVEL GyVMOOTOG,
T oTotKEln OPMS VITOOEKVVOLY OTL 1] 00Tk TukvoTNTa 0¢ AMKI cuoyetiletan pe yeveTikong
Tapayovtes. Ymapyovv 000 avamdvinta epotiuatoe: kotd moco to yovidoro CFTR exppaleton
otV em@edveln ooteoPfractdv (KOTTOPO OCTIKNG oOvOeong) M ooteokAaotdv (KOTTOPO
OCTIKNG omoppoenons) Kot mowo givor M emidpaon g petdAroéng F508del o

OpPACTNPLOTNTO OVTOV TOV KVTTAP®V.

I'evetkd vofabpo yopning ootk TVKVOTNTOG

H yopmAn ootikn mukvotnta GLUVOEETOL GTEVA LLE YEVETIKOVG TaPAyovTES. ZTotyela omd
HeAETEG o€ DOVUOVS KOl OIKOYEVELEG Oglyvouv OTL 0 PavdTLTog TG YounAng OIT kabopiletan
1060 Oamd YEVETIKOLG, 000 Kol omd mepiParioviikods mapdayovies, kKabmg emiong amd
aAMnAemidpdoelg petald avtmv. Ot dwatapayég g OIl opsilovror mBavag oe petalhdielg
/Kol TOAVUOPPIOCHOVS GE TOALAPIOU SloPopeTIKA Yovidwa. Ot petaAAdEelc o €va
LELOVAOUEVO YOVIOLO OEV TPOKAAOVV TOV GOvOTLTO TG mhbnong. EmmAdov, kébe petdiiain
Kol TOALHOPPIoUOS o€ Yovidiw mov emdpovv oty OIl umopeil va amotedel €vav deiktn
KIVOUVOL Y10 JOTOPOYES TOV OCTIKOD HETOPOAICHOV. AVTEG Ol YOVIOOKEG EEAAAOIDGELS
HETOPAAAOVY EVOEXOUEVMOC TNV OAANAOLYIO TOV TPOTEIVOV TOL KOOIKOTOOVVIOL OO TO
yoviolo 1 amoppubuilovv ™ yovidlokn €kepact. Mia aAlayr 6To vIpoOvVIo 1 0AAAYEC OF
YEWTOVIKEC TEPLOYEG TOL YOVIOIMUOTOG UTOpPOVV va a&lomombodv ¢ yovidlokol OeikTeC,
€POCOV d10TAPAGGOVV TNV 1GOPPOTI. GUVIESTG YOVIOIWV OV amOTELOVV TEKUNPLOUEVOVG
oeikteg OIL.

Katd v avalnmmon yovidiov to aAAnidpopeo tov omoimv vfvuvovtarl mhovog yio
™ younAn OIL, mpémer va AdPoope vmoyn oOtt dAro yovidww pvBupilovv tov 00TIKO
HETOPOAGHO, GALO YOVIOL KMAKOTOLOVV GLUGTOTIKA TNG HEGOKLTTAPLOG OLGING TOL 0GTOV
Kat GALo yovidia puBuilovv Tig aoPeoTtioTpones 0puidveg Kat Toug vtodoyeig tovg (Ilivakag 1).
Ot mo moAvperetnuéveg UETOAAEES Kol TOALHOPPIGHOL 0POPOLV T YOVIOL TOL

Koldayovov Tomov I Adpa 1 (COLIAI) xon tov Yrmoooyéo Birauivag D (VDR).
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To yovidoio COLIAI xkowdwomolel 10 KoAlayovo tomov I dApa 1, ™ onuovtikdtepn
TPOTEIVN TNG LEGOKLTTAPLOG 0VGING TV 00TAOV. Ot LETABOAEC OTNV TOPAY®YN Kot T1 doun
tov COLIAT1 0dnyobv o€ un QUOIOAOYIKT LEGOKLTTAPLO OLGIN, 00TEOTEVIA Kot KoTdypata. O
nolvpop@iopds Ball [1] (wvipdvio 1) tpomomotel v mpdcdeon pog npwteivng (Spl) mov
puOuiler v ékepaocn avTod ToL TOAD onpavtikov yovidiov. H Spl dev mpocdéverar mAéov
KaAd ot 0éom avayvopiong g oto ovtictoryo tunue DNA kot Kotd ocvvémeln
dwtapdccetal N aviypoer tov yovidiov COLIAI, n mopoywyq koAAaydvov Kot apo M
avToyn Ko ot 110t TeS ToL 06ToV. Kot dAdeg petaforég tov DNA 610 cuykekpiévo yovioro
SwdpapatiCovv onuaviikd polo ot pvduon g Ol kol TPOoyryvOGKOLV 0GTEOTOPMTIKA
KOTAYLOLTOL.

To yovidio VDR xwdwomotel tov vmodoyxéa g Prrapivng D, mov eivor o kvprog
pvOuoTg oLV acPectiov kot Tov ootikov petafoicpov. H Prrapivn D, péow tov VDR,
eEMEYXEL TNV EVIEPIKY] amoppoOenon ocfeotiov, TIC aVENTIKEG (00TEOPAACTIKES) Kot
avaoLVOETIKES (00TEOKANOTIKES) OpacTnNPLOTNTEG TOL 00ToV, TNV mopaywyn PTH xot
VEQPIKN VOPOELAIwoN Hog popeng Prrapivng D. Kdmoleg and 11 e£0AL01DGELS TOL EYOLV
EVTOMIOTEL GTO GCLYKEKPIUEVO YOVidlo odnyodv mBavds o€ AEtovpykés UETAPOAES NG
npoteivng VDR kot ennpedlovv ta emineda g 00TIKNG OpUOVIG OGTEOKOAGIVIG OTO aipla
ko apa v OIL. To yovidio VDR givan évag peilov mapdyovtag pbOuiong tov acPectiov kot

NG OPLVKTOTOINGNG TOL 0GTOV.

[Tivakag 1. Emokdnnon yovidiov mov cuoyetiloviot e ooteonevio

Yopporo IIpoiov yovidiov
yovidiov
AcBeoTiotpdmeg OprOVES KOl LITOSOYELS
VDR Ymodoyéag Prrapivng D
ESRA Ynodoyéag olotpoydvou dipa
ESRB Yrodoyéag oetpoydvou frta
CALCR Ymodoyéag KaActtovivng
CALC KoAicitovivn
PTH [Mapabvpeoetdng opudvn
GCCR Ymodoy£ag YAVKOKOPTIKOEWD DV
AR Ymodoyéag avopoydvmv
CASR Ynodoyéag aviyvevong acPeoctiov
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YV0TATIKA HEGOKVTTAPLOS OVGIAG

COLIAI KoAayovo tomov 1 droa 1
COLIA2 KoAlayovo tomov I drea 2
ocC Ooteokaioivn
ON Oocteovektivn
OPN Octeomovtivn
AHSG Alga 2-HS-ylvkompmteivn
MGLAP [Mpwteivn pesokvttdprog ovsiog Gla
PuOpmotég ootikov petaforopov
TGFBI1 Tporomomtikodg avENTKOg
nwapdyovrag Prta 1
IGF1 IvoovAwvoeldng avéntikdg mapdyovog
ILIB IvrapXSUKlivn 1 p1ta
ILIRN AVToyovioTng vrodoyEa
wrepAevkivig 1
IL6 IvtepAevkivn 6
TNFR2 Ynodoyéag mapdyovio VEKPOONG
oyxov R2
Avd@opor Tapayovreg
APOE AmnoMmonpwteivn E
CLGN KoAlayevaon
CYPI9 Kvtoypopa P450
DBP [Tpwteivn mpdcdeong Prrapivng D
ADRB?2 Brjta 2 adpevepykdg vmodoyag

O pOLOG TMV YEVETIKAOV EIKTOV GTNV APOYVOST TG LOUNM]G 0GTIKNG TUKVOTNTAS GE
AMKI

H ootk mokvomnta kabopiletor amd moAvdpBua yovidlo. H yvoon tov petarlaéewv
oe yovidww ta omoia givar vrevBuva Yoo v ooteomevia o AMKI Ba devkoAihver Tov
EVIOMIGUO OTOU®MV 7OV JTpEYouV Kivouvo Yo avdmtuén ootikng vocov. H  poplaxn
Syveon dlTtapaydV GTNV 0CTIKT OVOKVKAM®OT oo VOpig oty Tondtkn niwkio Kot 1 évapén

™G KatdAANAng Bepaneioc Oa cupfdrAiovy 6TV KatamoAéunon g 0oTiknG vosov o AMKI.
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Qotoc0, vdpyel avdykn yio e01kég peréteg oe AMKI, mpokeévov va S10AELKAVOLLE T
OLOYETION KLOTIKNG {vmong Katl ooteoneviag, Kabmg ektdg amd Ta yovidla mov gival yvwoTto
OTL TPOKOAOVV 0CTEOTEVIO. GE ATOUA LE OCTEOTOPMOT| Kol GAAEG OO GELS, VILAPYEL COPADG
o apeon emidpacn tov petorrdéewv e KI om Bapdmta g vooov. O mpocdiopiopog
TOUVOV EVOY®V YOVISI®V Kol 1 0VOAVOT] TOAVHOPPIKMY TOPUAAOY®DV TOVG I6MG EUTAOLTICEL
TIG YVOGOES pog oyetikd pe v younAn OIT ce AMKI kot 6o Bondnoet va kabopicovpe

KkatevBuvtnpleg 0dnyieg yua n Oepameio.

Evyopiotieg
Evyapiotd tov Ap Jerzy Bal, tn Ap Agnieszka Sobczynska-Tomaszewska, tm Ap Dorota
Sands, tov Ap Dariusz Chmielewski, t Ap Katarzyna Szamotulska, yio ™ Sapkf tovg

VTOGTNPIEN KO TV ETOWKOIOUNTIKT cuvepyasio pog ta teAevtaia 3 £tn).

[1] H ovopaocio ka0s TOADHOPPIGHOD TPOEPYETOL GO THV OVOULOCIO TOV TEPLOPICTIKOV eVOOU®V To OToio

dta@opomotohv TV aAANAOLYIC TOV VOUKAEOTIOIOL KAl EXLTPENTOVY TNV TAVTOTOINGT TOV GAANAOLOPPOV.

Translated by: Sofia Kanellopoulou
E-mail: sofiakangr@yahoo.gr
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