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MPOETOIMAZIA EKTOX TAZHX
-

E€olkelwBEITE UE TO AVTLKELUEVO TOU JLOAKTLKOU TIOPOU TIOPakoAouBwvTag dUo Bivieo
KO(L OLO(BAOTE TIG TIANPOWPOPLEC TIOU TIXPEXOVTOL OTH EVNUEPWTLKX QUAAGDLA.

Bivteo ylx vo mopakoAouBnoete:

(5 Aemta ko 10 deutepoAemta): Exploring the genome

(2 Aemtté kol 30 OeutepoAemta): Cystic Fibrosis Mechanism and Treatment | HHMI
Biolnteractive Video

AZLOAOYNOTE TL EXETE UAOEL LEXPL OTLYUNG XTTOVIWVTING OTLG TIXPUKATW EPWTIOELG.

AVOEPETE TOV pOAO TNG TTPWTEIVNG CFTR 0Ta KUTTOPX TTOU TIOPA&YOUV BAEVVAL.

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

---------------------------------------------------------------------------------------------------------------------------------------------

---------------------------------------------------------------------------------------------------------------------------------------------

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

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

AVTLOTOLXIOTE TIC TIOPOKATW YVWOTEG UETOAAKEELC TNG KUOTLKNAG vwong ME Tnv
TIEPLYPOPT) TOU TPOTIOU PECW TOU OToioU TtaPEUTodi{ouv TN owWoTr AELTOUpYia TNG
mpwteivng CFTR.

AmotéAeopa -
. . . MetaAAodn
H ouvTIBguEVN TIPWTEIVN TAVEL OTNV KUTTOPLKY
HEUBPAVT OAAK EXEL EAXTTWHOTIKO KOVAAL. 126995 G>T (G542X)
H ouvBeon tng mpwteivng CFTR dlakomTeTOL 192094 C>G (N1303K)

mpowpa 0to MRNA kot n mpwteivn CFTR ¢
MEUBPAVNG elval Alyo €W KABOAOU AELTOUPYILKT.
H mpwteivn CFTR dev givail cwoT& OLTAWMEVN
KO(L ETTIOUEVWC OEV UTTOPEL VX LETOPEPBEL OTNV
KUTTOPLKY) MEUPPGVN.

127023 G>A (G551D)

NepypdPTe WG UTTOPEL VO XPNOLUOTIONOEL 1| NAEKTPOPOPNOT OE MNKTWHUX YL TNV
TOUTOTION O KTOMWV/EUBPUWYV UE KUOTIKN tvwan TTou pEpouv Tn LeTAAaEN delF508.

.............................................................................................................................................
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https://youtu.be/7sYgNkhwVAA?si=b7zaM2Im3is8NLEQ
https://www.youtube.com/watch?v=6IbP1ASGv9w
https://www.youtube.com/watch?v=6IbP1ASGv9w
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OYANO EPTAZIAZ
-

Ztnv Eupwrn, éva o k&Be 2.500 €wg 3.500 WP TIOU YEVVLIOUVTAL KLVOUVEUEL VX
VO TUEEL KUOTLKY) ivwon. To GTOUX JE KUOTLKT lvwon QEPOUV OLAPOPEG LETOAAKEELG
oto yovidlo CFTR (Cystic Fibrosis Transmembrane Conductance Regulator), ot omoieg
OTaV LETAAAXOOOVTAL, UTTOPOUV VO 0ONYT1O0UV 0€ EAXTTWUOTLKN TTaPaywyr) BAEVVOG OE
OL&@opa OPYAVE, OTIWG OL TIVEUROVEG KOL TO TIETITIKO OUOTNHA. MLt TETOLX HETKAAGEN
TIOU TIPOKOAEL KUOTLKY) (vwon gival i EAAeLPn 3 VOUKAEOTIOLWV OE UL OUYKEKPLUEVN
B€omn oto €€wvio 10 Tou yovidiou CFTR. AuTr 1 LETGAAXEN, emtiong yvwoTn wg delF508,
€Loqyel Eva TPOwpPo KwdLkOVIo ARgng oto ayyeda@opo RNA (mRNA). H swoaywyn
TOU KwOLKOVIOU ANENG €XEL WG XTMOTEAECUX TNV TIHPAYWYT HLOG KXTEAOUG TIPWIEIVNG.
Auti 1 aTeAng PpwIEivn eival AavOBoopéva dIMAWMEVT Kol amotkodopeitat. Metoaku
mepLoodTEPWV oo 300 PETOAAGEEWY OTO Yovidlo CFTR, 1 GUYKEKPLUEVN METXAAGEN
€lvVaL 1 TILO GUYVT) OTOUG XOBEVEIG UE KUOTIKT Lvwon).

H KUOoTIKN) lvwon eival piox dLde00UEVN YEVETIKN) TTABNON TIOU €KONAWVETOL OTOV
EVa HETOAAOYUEVO Yyovidlo CFTR, TOOO OO TN UNTEPA OCO KOl OO TOV TIXTEPW,
METAPLBALETOL OTO MWPO TOUG. ZTA KEVIPK EEWOWMKTLKNG yovigoroinong (IVF)
eAEyXOVTIOL TOX YEVETIKK amotuttwpata DNA (DNA fingerprints) twv gufpluwv yix
va e€okplPwbel av Tt yovidix CFTR @épouv tn UeTGAAaEN delF508. Moapak&Tw
QTTELKOVI{ETOL NAEKTPOWPOPN O OE TIKTWHK KYXPOLNG OTTO MLXX KALVLKT) EEWOWMATLKIG
YOVLLOTIOINONG TIOU TIPOYUOTOTIOLEL YEVETIKO €Aeyxo ot €ufpuc. € QuTh TN
OUYKEKPLUEVN oVBAUGT), EVX ULKPO TUNUo peyeBoug 154 leuywv Baoswv (bp) Tou
e€wviou 10 tou CFTR £VIOXUETOL LE TN XPTIOT XAUCLOIWTIG KXVTiOPXONG TTIOAUMEPKONG
(PCR) kot amelkovileTol o MNAKTWHO ayopodng wg pio {wvn tTwv 154 bp yua 10
OXAANAGLOPYO UGLKOU TUTIOU ToU Yovidiou Kol w¢ pio {wvn Twv 151 bp, katd 3 bp
MLKPOTEPT, YL TO HETOAANYLEVO OXAANAOOP O (LETGAAGEN delF508).

ATIOVTTOTE OTLG EPWTNOELG TTIOU 6lkoAoUuBoUV Kol Bon6O10TE TO TIPOOWTILKO TOU KEVTPOU
IVF, vol eVvTOTioEL Tl EUBPUN TTIOU PEPOUV HETOXANOYUEVD YoVidlx CFTR, WOTE VO TO
EMALEEL TIPLV OTTO TNV EEWOWHNTLKY YOVIOTIOMNON.

E€etdote og k&Be 0TNAN, TIG {wveg DNA TTOU GV TLITPOCWTIEUOUV YOVIOLOKG TN LT
oTto £EL JLXPOPETLKA EUPpUN. MPOadLOPIOTE KOIL ONUELWOTE K&BE 0TNAN w¢ €ENG:
« Inuewwote "CC" oTIg 0TNAEG Ao EUPpu e opoluyo yovidio CFTR @uaotkou TuToU.
e Inuewwote "Cc" otig otAeg amod EUPpua pe eTepoluyo yovidio CFTR.

e Inuewwote "cc" 0TI 0TNAEG oo £UPpua Le oudluyo yovidio CFTR Tou pE€pouv TN
pHET&AAEN delF508.

‘O\ol oL dpol Pe €vtovn ypopr) Bpiokovtol oto [Awoodplo.
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150 bp

OYANO EPTAZIAZ
-

APOOTNPLOTNTA 1 - CUVEXELX

1 2 3 4 5 &

m EEnynote yoti ta EpPpua 4 ko 5 givot amiBovo vo avamtugouv KUGTLKY) [vwon).

ApaoTneELOTNTX 2
MpoodLoplopog HETOAAGEEWY 0 )XoBEVELG e KUGTLKN Lvwon (30
AeTTTO)

MopadooLlak®, N OLAYVWoN TNG KUOTLKNG ivwong BaoileTol 08 KAWVIKX GUUTTTWUXTO
TIOU UTTOONAWVOUV TN VOOO 1)/KAL OE BETIKO OLKOYEVELOKO LOTOPLKO. TO CUUTITWUOTO
eMNPealouv OUVNBWG TOUC OEPOYWYOUG, TO YOOTPEVIEPIKO OUOTNUO KOl GAAX
OUOTNUOTO.

YToB£ote OTL €i0TE YEVETIKOG OUMPOUNOG O VOOOKOWUEIO TIOU ELOLKEUETOL OTLG
OVOTIVEUOTLKEG KOl YOXOTPEVTEPLKEG OLOTAPOKEG KOl OTL OOG £XOUV TIOXPOTIEUPOEL
TPELG aoBevelg €TELDN £XOUV CUUMTWHUXTO TIOU UTTOONAWVOUV KUOTLKNY [Vvwon, oAA&
OEV £€X0UV YVWOTO OLKOYEVELNKO LOTOPLKO. MVwpLlovTag OTL N KUOTLKY vwon eivol
YEVETIKN OLOTOPOXT, YL VO TNV ETILREPALWOETE TIPETEL VX YVWPLLETE otV oL aaBeveig
PEPouV HETOXANGEELG 0TOo Yovidlo CFTR. Aou armopovwinke to DNA twv aioBevwv Kol
OTXABNKE 0TN CUVEXELX Lo AANAOUXLON, EXETE TWPX T dEJOUEVX TNG XAANAOUXLONG
YLOX VO TOC O(VOAUCETE.

m Xpnotuotowote To BLAST (Basic Local Alignment Search Tool) yia va e€etdioste

TI¢ cxAAnAouyieg DNA Twv TpLwV 0l0BEVWYV IE KUOTLKI) ivwaon TIou akoAouBouv Kol v
TPoodLlopioeTe MOl LETGHAACEN PEPOUV.
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OYANO EPTAZIAZ
-

To BLAST eivol €vol EUPEWG XPNOLUOTIOLOUPEVO EPYOAELO BLOTIANPOWYOPLKNG YIX TN
oUYKPLOT GAANAOUXLWV OTIO TIPWTOYEVT] BLOAOYLIKX OeJOMEVH, OTIWG Ol XAANAOUXIEG
OMLVOEEWV TWV TIPWTEIVWV 1) TA VOUKAEOTIOLX TwV oAAnAouxiwv DNA, e pia B&on
JeDOUEVWYV TIAPOMOLWY OAANAOUXLWYV. Q¢ €K ToUTOU, To BLAST eival XproLUO YL TOV
EVTIOTIOMO UETOXANGEEWY O €val OeOOUEVO DElyua O OUYKPLON ME Mo oAAnAouyio
AVOPOPAG.

1. Metafeite otov Lototomo BLAST otn OteuBuvon https://blast.ncbi.nlm.nih.gov/
Blast.cgi

2. AkolouBnote TI¢ 0dnyieg TTou apEXovToL oTov Odnyo vio To BLAST kot to Clin-
Var OXETLKA L€ TN XPNOM TWV EPYOAELWV. Mo v Oeite VOl GUVTOUO EMTEENYNUOTLKO
Bivteo oxeTIk& pe TN Xprion tou BLAST kat Tou ClinVar, natrnote edw.

3. Elo&yeTe TIG YEVETIKEG aAAnAouyieg k&Be cxoBevoug oto epyaAeio BLAST yio vax TIG
avOoAUOETE.

>AcBevn¢ 1
CTAAAATTTCAGCAATGTTGTTTTTGACCAACTAAATAAATTGCATTTGAAATAATG-
GAGATGCAATGTTCAAAATTTCAACTGTGGTTAAAGCAATAGTGTGATATATGATTACATT-
AGAAGGAAGATGTGCCTTTCAAATTCAGATTGAGCATACTAAAAGTGACTCTCTAATTTTC-
TATTTTTGGTAATAGGACATCTCCAAGTTTGCAGAGAAAGACAATATAGTTCTTGGAGAA-
GGTGGAATCACACTGAGTGGAGATCAACGAGCAAGAATTTCTTTAGCAAGGTGAATAAC-
TAATTATTGGTCTAGCAAGCATTTGCTGTAAATGTCATTCATGTAAAAAAAT

>AcBeviig 2
CTAAAATTTCAGCAATGTTGTTTTTGACCAACTAAATAAATTGCATTTGAAATAATG-
GAGATGCAATGTTCAAAATTTCAACTGTGGTTAAAGCAATAGTGTGATATATGATTACATT-
AGAAGGAAGATGTGCCTTTCAAATTCAGATTGAGCATACTAAAAGTGACTCTCTAATTTTC-
TATTTTTGGTAATAGGACATCTCCAAGTTTGCAGAGAAAGACAATATAGTTCTTTGAGAA-
GGTGGAATCACACTGAGTGGAGGTCAACGAGCAAGAATTTCTTTAGCAAGGTGAATAAC-
TAATTATTGGTCTAGCAAGCATTTGCTGTAAATGTCATTCATGTAAAAAAAT

>AcBevn¢ 3
TGTTTCTTATTTTAAAATAATTTTTCTACTTGAAATATTTTACAATACAATAAGG-
GAAAAATAAAAAGTTATTTAAGTTATTCATACTTTCTTCTTCTTTTCTTTTTTGCTAT-

AGAAAGTATTTATTTTTTCTGGAACATTTAGAAAAAAGTTGGATCCCTATGAACAGTG-
GAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCTGCTAACTGAAATGATTTT-
GAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGACATCAT

KpOT|OTE ONUELWOELS YL T TIXPOKATW:

«  Tnv akptPn B€on G LETGAAAENG KoL TNV oAAXyT] TOU VOUKAEOTLOIOU

« Tov TUTO NG METGANXENG (TtPoaBN KN, EAAEWPN, OVILKATROTHON, XVXOTPOWN 1)
OUMAOLOLOG).

« AKoAouBnoTE TIG 00NYiEC OXETIKA e Toug Kavoveg oUvTaEng yovidlwpotog Odnyo
vyl 1o BLAST kot 1o ClinVar, yiox va d0woete otn HeTGAAaEn DNA k&Be aoBevoug
EVOl OVOLLX TIOU VO OULOPPWVETAL [E TOUG Kavoveg oUVTOENG YOVLOLWUKTOG.
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https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://youtu.be/J4JkH_VD59k

OYANO EPTAZIAZ
-

OL Kavoveg oUVTOENG TIOU OVOUEVETOL VO 0KOAOUBTosTE OrmroTeEAOUV
HEPOG TNG ovouaToloyiag HGVS 1 omoia gival Eva dLleEBVWG avayVwPLOPEVO TTIPOTUTIO
YlX TNV TEPLYPO@N Twv METOAAGEEWV o aAAnAouyxie¢ DNA, RNA KoL TIPWTEIVIKEG
oAANAouxieg.

JUVOEONOC OE OUVTOMO EMEENYNUATLKO BivTEO e 0dNYLEG YLO TN XPNION
Tou BLAST kot tou ClinVar: https://youtu.be/J4JkH VD59k.

AcBsvng 1

TUTTOG: ceieeeeeeeecetreeeeereeeceerre e e essarreeeesanreeesannees
'Ovopa HETXAANGENG CUUPWVX E TOUG KOVOVEG GUVTOENG: veevrrreeeereeeenreeeenreeeiseeeeseeeeseens

AcBsvng 2

TUTTOG: ceieeeeeeecetreeeeerrre e eeear e e essare e e eesaneeessannees
'Ovopa HETGXAANGENG CUUPWVX E TOUG KOVOVEG GUVTOENG: veverreeerreeeerreeeenreeeiseeeeseeenneens

AcBsvnig 3

TUTTOG: ceieeeeeeieeeeeeeeeetreeeeeeareeeessareeeeesaneeessannees
'Ovopa HETGXAANGENG CUUPWVX E TOUG KOVOVEG GUVTOENG: veeerreeereeeerreeeenreeerreeesneesseens

ALEPEUVNOTE TIG ETIMTWOELG TWV UETAAAGEEWVY e T Xprion Tou ClinVar.

Twpo TOU €XeTE eviomioel TNV akpLPy ocAAayn oe emimedo DNA Tou UTIGPXEL OTX
OElYMOTO TWV OBEVWV KOL EXETE ONUELWOEL TX OVOUXTO TWV UETHAAXEEWV YIX K&BE
pio oo aUTEG, eTloke@Beite Tov LoTdToTOo ClinVar yix vo H&XBETE TIEPLOCOTEPN YLK
QUTEG TLG YEVETLKEG TIPOXAAXYEG KOIL TLG CUOXETIOELG TOUG JE TNV KUCTLKY) (vwon.

To ClinVar givow pioe eAeuBepa ipooaoiun, dnpoota Baorn 0£00UEVWV TIOU TIEPLEXEL
QVOXPOPEC YLO TN GUCXETLOT AXVOPWTILVWYV YEVETIKWV TIXPOAAXYWV KAL (PXLVOTUTIWYV IE
NV XvBPWTILVN UYELX, CUVOOEUONEVEG OTTO UTIOOTNPLKTIKG OTOLXELX. ALXTNPELTOL OTTO
T0 EBVIKO Kévtpo Blotexvoloyikwv MAnpowopiwv (NCBI), To omoio amoteAel UéPOg
™G EBVikNC BLBAL0ONKNG IaxTpLkng TwV HVwuévwy MoAttewwv (NLM).

1. EmokewBeite tov Lototomo tng ClinVar otn 6tevBuvon https://www.ncbi.nlm.nih.
gov/clinvar/.

2. Xpnotdotmowote TN Asttoupyior avadntnong otov OLKTuako tomo ClinVar yia va
ELOOYAXYETE TIG AVOYVWPLOUEVEG LETXAAKEELG XPTOLUOTIOLWVTAG TO OVOUXTH TOUG.

3. Mo K&Be HETGAAXED, ONUELWOTE TIOLO AAAXYT) TIPOKOAEL OE ETILTIEDO KLVOEEWV.

4. INUELWOTE AV OL LETXAAKEELG TTOU EVIOTONTE TAELVOLOUVTOL WG TTAXBOYOVEG YL TNV
KUOTLKN ivwon.
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https://www.ncbi.nlm.nih.gov/clinvar/
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OYANO EPTAZIAZ
-

AcBevic 1

---------------------------------------------------------------------------------------------------------------------------------------------

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

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

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

OL petoAAGgelg Tou CFTR TOU TPOKXAOUV KUOTLKY ivwon Tta&lvopouvtol o €8L
OLOPOPETLKEG OUGDEG. K&Be katnyopior LETGXAAXENG ETNPERIEL TNV TTAPAYWYT| TNG
TPWTEVNG CFTR UE OLOPOPETLKO TPOTIO, E ATIOTEAETHO VX TIPOKUTITOUV TIPWTEIVEG |IE
OLXPOPETLKO BaBlO SuoAelToupyiog. AUTO onuaivel OTL oL ’0BEVEIG UE KUOTIKN [vwaon
TIOU O@EIAETOL OE DLOPOPETLKOUG TUTIOUG QUOAELTOUPYLKWV TIPWTEivwv CFTR pmopetl
VO XPELOOTEL VO AXPBOUV EEXTOULKEUUEVT) BEPATIELX TIPOKELEVOU VO XVTLOTOOUIoOUV
N MELWMEVN AELTOUPYIX TNG MPWTEIVNG KOL VO €XOUV TO KOAUTEPO BEPATIEUTLKO
OTIOTEAEC Q.

Avatpé€te otov MINAKA 1 ToU EVNUEPWTLKOU UAAXDIOU YLX TNV KUGTLKN ivwon,
omou Ba Bpeite MANPOYOPIEG OXETIKK E TIG LETOXAAKEELG TTOU OXETI{OVTOL UE TN VOTO
KOIL TOV TPOTIO UE TOV OTIOL0 EMNPENIOUV TIG KUTTHPLKEG OLEPYXOIEG. TN OUVEXELX
OTIOVTINOTE OTLG EPWTNOELG TIOU OXKOAOUBOUV.

MPoodLoPioTE KOl KATOXWPLOTE OTOV TILVOKO TIOLX KXTNYOPLot METXAAGENG OVTLOTOLXEL
o€ Tolov xoBevn).

Koatnyopix Katnyopix 1 Koatnyopia 2 Kotnyopia 3
KUOTLKNG ivwong

MetaAAagn oe 126995 G>T 192094 C>G 127023 G>A
eninedo DNA

AcBsvng e

KUOTLKY] lvwon
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OYANO EPTAZIAZ
-

Avoatpette Eova oTOV TIIVOKKO KoL EENYNOTE TOLEG OTTO TIG KUTTOPLKEG OLEPYNTLEG
TIOU OVOUPEPOVTAL OTO TTOXPUKATW TIANLOLO ElVOiL OLATAPXYUEVEG OTOUG €EETU(OEVOUG
ooBevelg.

Metaypopr], Meta@poon, METoWop& TIPWTEIVWV, METOPOPX LOVTWV XAwpiou

AcBsvnig 1

---------------------------------------------------------------------------------------------------------------------------------------------
.............................................................................................................................................
.............................................................................................................................................
.............................................................................................................................................

.............................................................................................................................................
.............................................................................................................................................
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OYANO EPTAZIAZ
-

MoXPOKATW TTAPOUCLALOVTIAL AVILTIPOCWTIEUTIKA KUTTOPX OTTO VXX UYLEG KTOLLO KOl
KTOMO € KUOTLKN ivworn. EEeToTe TNV £MiOPON TIOU £XOUV OPLOMEVEG METAAAKEELG
oTNV apaywyn TG MPwTeiving CFTR KoL XvTLOTOLXIOTE TO KUTTOPX |LE TOUG XOBEVEIG
TIOU TLG (PEPOUV.

Yropvnuo

E)\c'xxlq"rn 1) KxBoAou f MEeTaPOop& LOVIWYV
mpwteivn CFTR ¥\wpiou Tpog Ta £5w

@9 CFTR mRNA l Melwpévn

HETaOP& XAwpiou

MetoAAaypévn CFTR o Mopoucict EAXTTWHATLKIG T
- y  UOLKOU TUTIoU CFTR

CFTR @uoikoU Mapoucia eA&XLOTNG T

TUTIoU KkaBoAou pwteivng CFTR
KoT& T SLakivnon

MOXPOKATW TTOHPOUCLALETAL OXNUAXTIKX EVO TUNMOX TOU KWILKOTIONTIKOU TIALGIOU
ToUu yovidiou CFTR KOl TWV QVTIOTOLXWV OMLVOEEWV TOU. ZE OUTO EU@OVIETOL M
pHeT&AAaEN deltaF508 n omoia oeileTar og EAAELPN 3 VOUKAEOTLOLWV OTIO TO XPXLKO
DNA tou oAANAOLOP@OU (PUOLKOU TUTIOU. KOLT&{OVTOG TO TIXPOKATW OXNHO KOL TOV
TPOY0 TWV KWOLKOVIWY OTX EVNUEPWTIKX QUAANKOLX, TTIPOBAEYTE v TO OivoEU oTn
B€on 507 Bax emnpexOTOV LIE OTIOLOVONTIOTE TPOTIO.
0£on EAAEWNG

Ap1B6G voukAEoTISiwY 1513 1542
NoukAgotidikn) aAAnAouyic AATATCATICT T GGTGTTTCCTATGATGAA

wepme N I IF GV SYDE
ApBp6 ¢
POUOG apvOEEwY 505 .
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OYANO EPTAZIAZ
-

M'vwpilovtag TNV €nidpaon Tou €Xouv oL OLipopes LeTOANGEELG Tou CFTR otnv
TpwTeivn, Tpoodlopiote TIC TOAVEG BEPATIEUTLKEG ETIAOYEC OTIO TOV TIXPOKATW
KOTGAOYO TIOU ELvOiL OL TIAEOV KATXAANAEG YL K&OE 0iaBev). EENYi0TE TO OKEMTLKO 0OC.

Kat&Aoyog QopuaKWV:

ELX-02/0gpamneia "avayvwong" - TPOAYEL TNV avayvwon Twv MRNAs ue
METOAAGEEL XWPLE VONUO, TIOXPOKAUTITOVING TA TIPOWPX KwILKOVIX ANEng Kol
ETLTPETIOVTNG TN CUVOEDT AELTOUPYLKWV TIPWTEIVWV TTAPOUG UNKOUG KOL TN OWOTH
METOPOPA LOVIWYV XAwpiou.

Ivacaftor/Bepameio pe "evioxutni" - GUVOEETOL PE TNV EAXTTWHUXTIKN TIpWTEivn CFTR
OTNV KUTTOPLKT HEMPBPGVN Kol BonB& vo dlatnpnBouv avolyTol ot dicuAotl YAwpiou.

Lumacaftor/Bepameia "dlopbwtn" - Pond& TIC AcVOXOHEVOH OVODLTTAWUEVEG
TIPWTEIVEG VX KTTOKTHOOUV TN OWOTI) TOUG LOP®N.

« Orkambi- eumoplko P&puako TTou TepLexel lumacaftor ko ivacaftor.

AcBevic 1

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

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

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

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

.............................................................................................................................................
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OYANO EPTAZIAZ
-

J0¢ TTOXPATIEUPONKE EVOG VEOG XOOEVIIC UE CUNTITWHUOTH KUOTIKNG ivwong. Met&
NV oAANAOUXLOT TOU YOVIOLWLKTOG TOU 6XOBEVOUG, AVOKOXAUTITETE OTL TO XTOMO PEPEL
OU0 JLXPOPETIKEG LETHAAKEELG 0TO Yovidlo CFTR. Evw 10 €vor ’AANAOOPPO TIEPLEXEL
N METXAAOEN N1303K, 10 &AAO XAANAOLOP PO TIEPLEXEL TN METXANOEN G542X. ExovTag
KOTO VOU QUTEG TLG TIANPOWopieg, va TPoPAEPETE v pla Bepareia Le oUVOUNOUO
lumacaftor kot ivacaftor Bo ITav EMOPKNG YL VO XVXKOUQIOEL TO EAXTTWUX TIOU
TIPOKOAELTOL OTTO TIG METXAAGEELG.

2T0 TEAOG TNG EPYAOLUNG NUEPNC OXC, OUVIARETE ULt oUVTIOUN €KBEON TIOU VO
ouvoyilel TNV EPYOOLO OXG OXETIKK ME TA TEAEUTOIN TIEPLOTATIKX KUGTLKNG ivwong,
OUUTTANPWVOVTOG TX KEVA TIOU 0tkoAouBoUv.

npwteivwy, ClinVar, aAAnAouxion, BLAST, maBoyovou, DNA, Beparmeio, peTAAOEN

.............................. o0 KGBE aiaBEVT) ATTOHOVWONKE KOL UTIOPANONKE OFE ..eeeeeneereeeennneee.
OLaAANAOUYXLEG TTOU KTTOK TN ONKOAV EUBUYPXUULOTN KAV LE L XAANAOUXLO YOVIOLWUATOG

QVOPOPAG  HE TO EPYOAEID...eiirireercrreeerreeerneans , KOL TIPOCOLOPIOTNKE TO TIPOWIA
METOXAAGEEWV TOU YOVIOLWUXTOG KXBE a0BEVOUC. ZTN CUVEXELX, EVOIG YPT)YOPOG EAEYXOG
OTN BAOT OECOUEVWV veeeeenrrrreeenrreeeeennnnen. OTOKGAUYPE TNV EMiOPOOT TWV LETOAAKEEWV
TOU 0XOOEVOUG OE ETITIEDOD ..eevveeererreeeeeereennnes KOL ETETPEYE TNV KATNYOPLOTIOMNON TNG
METXAACENG WG cevvvreeeeerreeeeenrreeeennnns Me Bdon TIG JLXBECLUEG TIANPOPOPLEG OXETIKA LIE
TIG TILOOVEG BEPATIEUTIKEG ETILIAOVEG YIOX KADE ..ovvvveeeenrreeeeenrreeeennns , CUVTOYOoypOpriOnke
N KOAUTEPT] cvvverreerreerreereeennennns ylo K&Be aaBevn.
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