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About EMBL

EMBL is Europe’s leading laboratory for the life sciences. We are an
intergovernmental organisation supported by over 25 member states
and operating across six sites in Europe. EMBL performs fundamental
research in molecular biology, studying the story of life.

Our research drives the development of new technology and methods in
the life sciences, and we work to transfer this knowledge for the benefit
of society.

About Science Education and Public Engagement

EMBL’s Science Education and Public Engagement (SEPE) office leads
and coordinates the institute’s science education programmes and
public engagement efforts.

Building on EMBL's long history of science education and public
engagement, we support EMBL's commitment to sharing and discussing
our research with young learners, teachers and diverse audiences.

Our science education activities share the scientific discoveries of
EMBL through inspiring teaching and learning experiences with school
science teachers and young people of all backgrounds aged between
10 and 19 years.

Our programmes convey complex, cutting-edge topics in life science
research in an exciting and insightful way, fostering the discovery of
current research trends, the scientific method, and scientific career
paths. Our activities are developed and run in close collaboration with
EMBL scientists.

Visit our website for further information about EMBL’s science education
activities:
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http://embl.org/about/science-education-public-engagement

Translation disclaimer

All EMBL resources are initially produced in English. However, as an
intergovernmental organisation, we aim to best serve all our member
countries. Therefore, to make our content as accessible as possible, we
warmly welcome translations of our teaching and learning resources
into any local language.

Translations of resources are prepared by volunteer translators. While
any reasonable efforts are made to provide accurate translations,
portions may be incorrect. EMBL does not assume any responsibility or
liability for any errors, omissions, or ambiguities in the translations.

The official version of the resource is the English version. If any
questions arise related to the accuracy of the information contained in
the translated resource, please refer to the English version.
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OAHTIOX EKMAIAEYTIKOY
-

Elcaywyn

210 OLOPKWG €EEALOCOIEVO TOTILO TNG EPEUVOG OTLG ETLOTNMES TNG {wNg, givail {WTIKNG
ONUOOLOG VO €£QOJLAOVTOL Ol HOONTEG UE TIG TILO TIPOCPUTEG YVWOELG KOL EPYOAELX.

EVOC ONUOVTIKOG TOUENG Evoll 1 YOVIOLWMOTIKY, KoL €L0LKOTEPA 1 oAAnAouxLon

YOVIOLWUATWY. AUTOG O JLOOKTLKOG TIOPOG TIPOCWEPEL OTOUG HOBNTEG MLX [LOVOOLKN
EUKaLPLO VOl EUBABUVOUV OE XUTOV TOV TOHEX KOL VO KKTXVOT|OOUV TN YEVETLKT) oUOTOON
TWV XTOPWV KOL TLG ETILTITWOELG TNG.

H oAANAOUXLOT TOU YOVIOLWUOTOG EXEL PEPEL EMAVAOTOON OTOV TPOTIO LIE TOV OTIOLO
TPOOEYYI(OUUE TNV UYELOVOULKN) TIEPIBOAYN, TIAPEXOVIOG OMOPAUIAAN YVWON TNG
YEVETLKNG Baong dLaopwVv xoBeVELWY, GUUTIEPIAXUPBOVOUEVWV YEVETLKWV OLATAPXKWV
OTIWG 1 KUOTLKN ivwon (CF). ATTOKPUTITOYPOPWVTAC TOV TIEPLTTAOKO KWKo Tou DNA £vOg
OXTOMOU, OL ETILOTIUOVEG UTIOPOUV VO TIPOCAPLOCOUV TLG DEPATIEIES KOIL TLG XY WYES ELOLKX
OTO YEVETIKO TIPOWIA TOU, 0ONYWVTOG OE TILO XTTOTEAEOUNTIKEG KOl EEXTOMIKEUMEVES
TIOXPEUPAROELG UYELOVOULKNG TTIEPLIBOAYNC.

AUuTOG 0 OLOOKTIKOG TOpPOG Tou PooileTol OTNn XPNomn UToAoyLoTr) €0TLa{el OTNnV
EPEUVA TNG YOVIOLWUOTLKNAG, EUTAEKOVIOG TOUG MOONTEC OE TPAKTILKY €KU&ONoON,
EVOXPPUVOVTOG TNV KPLTLKT) OKEPT) KOL OLEYELPOVTOG TNV TIEPLEPYELX VLA TLG OUVOTOTNTEG
NG YOVIOLWUOTLIKNAG.

ETiilokomnon

AUTO TO JOLOOKKTLKO UALKO TIPOOPLLETOL YL XPTION OO EKTIXLOEUTIKOUG OEUTEPORAUOULOG
eKTIOOEUONG UE HOONTEG NALIKIOG 16-19 €TWV. TO TTOKETO TTOPWV EXEL OXEOLOOTEL TOOO YLX
Ol {wong 600 Kol YLo OLXOLKTUOKT) L&BN o). O TIOPOC ATTOTEAELTOL KTIO TEOOEPLG KUPLEG
OPOOTNPLOTNTEG KOL Hiot OPXOTNPLOTNTO EKTOG TRENG — 1) OTIOLX TIPETIEL VO EKTEAECTEL
TIPLV OTTO TN XP1OT TOU UALKOU. O EKTTIOLOEUTLKOG UTTOPEL VO KTTOWAGLOEL OV KOL TIWG B
EKTEAEDEL TN DPAOTNPLOTNTA EKTOG TRENG.

H uloTtoinon Kol TWV TEooXPWV OPUOTNPLOTHTWY UTIOPEL Vo OLXPKEDEL £WG Kol OUO
OLdaKTIKEG WPeG (90 Aemtd). Mot TNV OAOKAIPWON TwWV OPAOTNPLOTAHTWY, Ol HXONTEG
Ba TPEMEL Vo €XoUV TIPOCPOON O€ UTIOAOYLOTY e oTaxBepr) ouvdeon oTo dLxdiKTUO.
SNUELWOTE OTL 0 EKTIOLOEUTLKOG £XEL TNV eUEALELa Vo eTTIAEEEL TTOLEG OpOOTNPLOTNTEG B
uloTtoLnoEL.

2NMELWOTE ETLONG OTL 0 XPOVOGC TIOU TIPOTELVOUE YLK TNV EKTEAEON TWV dPACTNPLOTHTWV
elval Pl TpoxeLpn eKTiunon Kot e§XPTATOL O HEYOAO BaBLO Ao TTAP&YOVTES OTIWG Ol
TIPOUTIXPXOUCECG YVWOELG TWV HOONTWV KOL O TPOTIOC TIOU O EKTIXLOEUTIKOG ETMAEYEL VX
EQPOPUOTEL TIC OPUCTNPLOTNTEG OTNV TAEN TOU.

>UvOEQN ME TO TIPOYPOMUX OTIOUSWV

Mpoypoppo cTToUdwV | ZUVAEoOL

A-Level (AQA) 3.4.1,3.4.2,3.8.1, 3.8.3,3.8.4.2,3.8.4.3
IB BloAoyiag 2025 D.1.2.1,D.1.2.9,D.1.2.11,D.2.2.3

AP BloAoyiag 2020 6.7, 6.8




OAHTIOX EKMAIAEYTIKOY
-

MPOUTIAITOUNEVEG YVWOELG

Mo v emruxn OAOKANPwWON Twv OpOOTNPLOTATWV OIOLTOUVINL TIPONYOUUEVEG
YVWOELG 0€ BEUATO OTIWE TO KEVIPLKO dOYUX, To DNA, To yovidlx, TO XPWHOCWUKTX, OL
METOXAAGEELG, 1) O] KL 1) AELTOUPYIN TWV TIPWTEIVWV KAL 1) AELTOUPYIX TWV OPYAVLOLWV.

MoONOLOK& XTTOTEAECUAT

OL poBNTEG Bax PTTOPOUV VOX:

« Epunvelouv TO OMOTEAEOUX MIOG TNAEKTpOEWOPNONG o TNKIwUx (gel) mou
XPNOLUOTIOLEITOL YLX TO JLXXWPLOUO TUNUAETWY DNA.

« Xpnotpomotouv Ta epycAeior BLAST kot ClinVar ylo Tov EVTOTILOUO GUYKEKPLUEVWYV
METOAAGKEEWV.

« KoTovor)oouv Tov TPOTIO UE TOV OTIOL0 Ol HETOAAGEELG UTTOPOUV VX ETINPEXCOUV TN
Ooun KoL TN AELTOUPYLX PLOG TIPWTEIVNG.

» Mpoodlopidouv EXTOULKEUNEVEG BEPATIEUTIKEG TIPOCEYYIOELG UE BRON OLOPOPETLKEG
METXANGEELG.

« EKTLUNOOUV TOV OVTIKTUTIO TNG XAANAOUXLONG TOU YOVIOLWTOG O TNV EENTOULKEUMEVN
LOCTPLKT).

Meplexopeva Tou OLOOKTLKOU TTOPOU

O mopog¢ amoteAsital amd TOV TOPOVIX Odnyod ekmoudeutikoU, DUAAX epyaoiog
HOONTWYV, EVUEPWTIKX UAAGDLX, Evav OONYO KOL EVOX CUVTOUO EMEENYNUATIKO BivTED
yla TN Xpnion tou BLAST kot tou ClinVar, éva TAwoodplo kol €vat QUANO amaVIroEwWV.
A&ilel va onuelwBei oTL ptopeite vo eEayeTe K&BE EVOTNTO TOU TTOPOU EEXWPLOTH KOL VOL
OLOWVEIIETE TO OXETLKO TIEPLEXOUEVO OTOUG HAONTEC OOC.

JUVIOTOUE OTOUG HOBNTEG Vo €E0IKELWOOUV E TOX TIOPEXOUEVO EVIUEPWTLKA OEATIX,
1] TOUAGXLOTOV E TO OEATIO VL0 TNV KUGTLKY] ivwan, TO OTIOL0 TIEPLEXEL TIG TTANPOWOPIES
TTOU XPEL&{OVTOL YL VO OAOKANPWOOUV TIG OPXOTNPLOTNTEG.

Aopn Tou JLOOKTLKOU TTIOpOU

O mopog mMePAAUPBAVEL TECOEPLE KUPLEG OPROTNPLOTNTEG, OL OTIOLEG CUUTIANPWVOVTXL
OTTO L0 TIPOTOOT VL0 LG TIPOTIXPOOKEUNOTIKT) OpOOTNPLOTNTA EKTOG TAENC. AUO Bivteo
¢ ou&dog SEPE mou amoteloUv LEPOG TOU TIOPOU TIPOCPEPOUV LO YEVLKY] ELKOVX
NG TMOAUTIAOKOTNTOG TOU YOVIOLWHUATOC KOL TOU TPOTIOU KE TOV OTIOI0 UTTOPOUV VO
OlepeuvnBoUV oL TTHPXAAXYEG TOU LLE TN XPION JLOOLKTURKWV EPYOAELWV.

MPoETOLUOCi0 EKTOC TAENG

Mptv amd T dLe€aywyn Twv OpROTNPLOTHTWY TOU TTOPOU TNV TAEN, OL LXONTEG UTopOoUV
v TtapakoAouBrioouv to PBivteo tou EMBL «Exploring the genome» (E¢epeuvwvTtog
TO YOVLOLWO) YLX VXX EVIPUPNOOUV OTO BEUN TOU TIOPOU. ZTN CUVEXELX, OL LOBNTEG
UTIOPOUV VO TIONPOKOAOUBTGoUV €val oUVTOMO Bivteo, vor OLaBACOUV TIG TIANPOPOPIES
OTO EVNUEPWTIKA QUAAKDLO TOU TIOPOU KOIL VO XTIXVTI|OOUV OE OPLOUEVEG EPWTINOELG
KouLZ yLor vox a€LOAOYIIO0UV TL £XOUV UAXOEL HEXPL OTLYMNG.

Apaotnpotnta 1

EKTLLWIEVOG XPOVOG TTOU amaLTeLTOL: 15 AeTtTX

STV TPWTN OpaOTNPLOTNTX, OL HABNTEG KaAoUvial va BonBrioouv €vav €LOLKO
otV efwowpaTikn yovipotoinon (IVF) va eAéyéel T EuPpua wg TPog Tov Kivduvo
KUOTLKNG (vwong (CF), avoAUovTiag €va NAEKTPO@OPNTIKO TMKTWHX (gel) ayapodng
XPNOLLOTIOLWVTOG T YEVETIKA amtoTuTIwoto DNA (DNA fingerprinting) oo dLopopeTik &
EUPpua. EEeTaileTon To peTaxAAoryéEvo yovidlo CFTR, To 0Tt0lo EUBUVETAL YLX TNV KUOTLKN
ivwon, Ue oLaitepn eugoon otn LeTaAAaEn delF508.

embl.org/sepe
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OAHTIOX EKMAIAEYTIKOY
-

ApaoTNELOTNTX 2

EKTLH0PEVOG XPpOVOG TTou amatteital: 30 AeTT&

H deutepn dpaotnplotnTa Badel TOUG LOBNTEG 0T BEDT EVOG YEVETLKOU GUBOUAOU TTOU
ELOLKEUETOL OTLG XVATIVEUCTLKEG KOl YXOTPEVTEPLKEG OLATAPAKES, O OTIOLOG KOAEITAL VX
OLOYVWOEL TPELG XOOEVEIG UE CUUTITW LT TTOU UTTIOONAWVOUV KUGTLKT ivwar), 0AAX Xwpig
YVWOTO OLKOYEVELNKO LOTOPLKO. Mo Vo EMIBERALWOOUV TNV KUCTLKY iVwon, oL LaBnTeg
XVOAUOUV OV oL axaBeveig pepouv PETOANGEELG 0TO YoVidlo CFTR XpnOLUOTIOLWVTING TO
BLAST (Basic Local Alignment Search Tool). Na vo p&Bouv TIEPLOCOTEP OXETIKK LIE TLG
ETTMTWOELG TWV UETXAAGEEWY OE €TIMEDO TPWTEIVNG, Ol PAXONTEG XPNOLUOTIOOUV TO
epyoeio ClinVar.

Apaotnplotnta 3

EKTLLWMEVOG XPOVOG TToU amoteiton: 30 Aemt

H ApaotnpLoTNTH 3 EMKEVIPWVETNL GTNV KATOVON O TNG TOELVOUNONG TWV LETXAAKEEWY
CFTR 10U TT(POKOXAOUV KUGTLKY] ivwor), KaBwg K&Be kKatnyopior LETOAAGEEWVY eTNPEXLEL
OLOPOPETIKE TNV TPWTEIV CFTR. XpNOLUOTIOLWVTOG TIG TTANPOQOPLEG TIOU TTIAPEXOVTAL
OTO EVNUEPWTLKO QUAAGOLO Yl TNV KUOTLKY ivwon (CF), ol paBntég kolouvTal vo
Tpoodlopioouv ToLo KOTNyopia NG METXAAXENG UTIGPXEL 0 K&Be ooBevry Kol vo
€ENYNOOUV TIOLEG KUTTOPLKEG DLEPYXTLEG UTTOPEL VO ETINPEXIOVTOLL.

Apaotnplotnta 4

EKTLUWMUEVOG XPOVOG TIOU OTTaLTELTOL: 15 AeTTTX

>N APaOTNELOTNTO 4, OLLOONTEC EPAPUOLOUV TIGYVWOELG TOUG OXETLKA UE TLG ETILTITWOELS
TWV HETaAAGEEWY oTtnv TpwIeiv CFTR ylot voo TTPoadLlopioouv TNV KXTHAANAOTEPN
LXTPLKN Bepareia yiox k&Be aoBevn).

Emionpovon
Mo Adyoug ammAouoTeuonG , o€ OA0 TO OLOOKTLKO UALKO KoL TIG OPOOTNPLOTNTEG TWV
HOONTWY, OVOEPEPOUNOTE OTIC TIoPaAAayEG Tou yovidiou CFTR wg HETXAAKEELG.
Qoto00, ota duo Bivteo SEPE, mou cuumAnpwvouv tov Ttopo: «Exploring the Genome»
kot “Exploring Nucleotide Variations Using BLAST and ClinVar”, xpnoLJoToLeiTalL 0 6pog
TXPOAAXYEG.

Marietta Schupp/EMBL




EVNMEPWTIKX
(PUAAGOLOX

CIO

Atto to DNA o1 Bspameiax

ApOOTNPLOTNTA UECW UTTOAOYLOTY) VIO TN YOVLIOLWUKTLKT)




EMBL Science Education and Public Engagement

ENHMEPQTIKA OYAANAAIA
-

MOVIOLWMOTLKN

H YOVIOLWUOTIKY ElVaL O TOHENG TNG BLOAOYLOG TIOU ETILKEVIPWVETXL OTN UEAETN NG
doung, NG Asttoupyiog Kol NG €€EALENG TwV YOVIOLWUATWY. To yovidiwuo gival To
TIAIPEG GUVOAO TOU YEVETLKOU UALKOU (DNA 1) RNA) evOG opyaviopoU. H YOVIOLWOTLKY
TEPLAAUPBAVEL TNV avaAUOT TNG XAANAOUXLOG, TNG OPYRVWONG KoL TNG EKPPAONG TWV
YOVIOLwV HETO OTO YOVIOLWUOTA, WOTE VX YIVEL KXTOVONTO TIWGE TX YoVidlax emnpe&{ouv
OLXPOPOL XOPOKTNPLOTLKA KOl OLXOLKOOLEG OTOUG {WVTOVOUG OPYOVIOUOUG. AUTO
TEPLAAUPBAVEL TN PEAETIN TwV OXECEWV METOEU TwV YOVIOIWV KOL TOV EVTOTILOMO
mopoAAaywv ot ocAAnAouxieg¢ tou DNA 1oU OCUPPB&AAOUV OTIC OLOPOPEG UETOEU
XTOHWYV, ELOWV KAL TIANOUGU®V. H YOVIOLWUOTLKT dLodpaXaTiEL KPLOLILO POAO O€ TOUELS
OTIWG N LOTPLKT, N YEWPYLX KoL 1) EEALKTLKT BLoAoyia.

EIKONA 1: OL ETUEPOUG OUVIOTWOEG TNG YOVIOLWHUXTLKNAG.

1. AESLTOUPYLKY] YOVIOLWUOTLKN: H LEAETT TOU TPOTIOU ASLTOUPYIOG KoL AANAETTIOpOIONG
TWV YoVIOiwY, UE EUPOON OTN YOVLIOLOKI EKPPXAAT, TN PUBULOT) KL TO POAO TOUG OTN
Bloloyio.

2. ZUYKPLTLKY] YOVIOLWMOTIKN: ZUYKPILVEL Tol YoViOlol OLOPOPETIKWY E0WV YIX TNV
KOTOVONOT TwV EEEAKTIKWV OXECEWY, TNV EUPECT OUOLOTHTWV KL OLOPOPWV KOL
TNV AVOKGAUYT HOVODLKWY YOVLOLWV.

3. AOMLKY] YOVIOLWUOTIKN: MeAET& Tn QUOIKN) OOUr] TOU YEVETLKOU UALKOU,
OUUTIEPIANUBOVOUEVNG TNG OLATOENG TWV YOVIOLWY, TWV HN KWOLKOTIONTIKWV
TIEPLOXWV KL TwV TTPaAAXYywV oTn dopur) Tou DNA.

4. MopLOK YOVIOLWHOTLKY: EoTiadel OTIC ASTITOMEPELEG TWV YOVIOIwV KOL TOU
DNA, PHEAETWVTOC TN OOMN TOUG, TN AELTOUPYLX TOUG KOL TOV TPOTIO |LE TOV OTIOLOo
eAéyxovTal.

5. TOVIOLWHOTLKY) TIANOUOUWV: MEAETH TN YEVETIKI] TIOLKIAOUOP@IX EVTOG KOl LETOEV
OMAOWV OPYAVIOUWYV VIO VO KXTOVOT|OEL TO TIPOTUTIN TIOLKIAOMOPQLOG, TOV TPOTIO
€€AMAWONC TWV YOVLO LWV KOL TOV TPOTIO |LIE TOV OTIOL0 EMNPEX{OVTHL KTTO TIXPXYOVTEG
OTIWG 1 (PUOLKN ETILAOYN.
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ENHMEPQTIKA OYAANAAIA
-

FOVIOLWMOTLKN — GUVEXELX

6. IXTPLKY YOVIOLWHOTLKN: ZTOXEUEL OTNV KXTOVONGOTN TOU TPOTIOU LIE TOV OTIOL0 N
YEVETLIKT) EMNPERIEL TN VOGO, OTOV EVIOTILOMO YEVETLKWV TIAPAYOVIWYV KLVOUVOU KL
OTNV aVATITUEN EEUTOUIKEUMEVWV BEPATIELWV KOL OLYVWOTIKWV HEBOdWV YL TNV
UYELOVOULKY) TIEPLBOAYN.

7. TOVIOLWHOTLKY TOU KXPKIVOU: ALEPEUVA TLG YEVETLIKEG OXAAXYEG TTOU 0dNyoUV OTOV
KO(PKLVO, TOV TPOTIO LIE TOV OTIOLO OL OYKOL AVATITUCCOVTOL KOIL XVTIXTIOKPLVOVTIQL 0T
Bepareia, KABWE KOL TN XPrION TNG YOVIOLWUOTLKNG VRAUONG YLIX TNV KaBodrjynon
NG OLXyvwong KoL Ing Bepameiag.

8. ETLyOVIOLWHOTLKY: MeAeTX TIC OAAXYEG OTN YOVIOLOKN OpaoTNnPLOTNTA TIOU
TIPOKOXAOUVTIOL OO TIXPAYOVTEG DIXPOPETLKOUG OTO TNV aAAnAouxio Tou DNA,
OTWG OL XNULKEG TpoTIoTIOOELG ToU DNA, oL oTtoieg UTTOPOUV V& ETINPEXCOUV TNV
KANPOVOULKOTNTO KOL TN AELTOUPYLO TWV YOVLOiWV.

9. METOYOVIOLWHOTLKY: MEAETH YEVETIKO UALKO OTtO TTEPLRXAAOVTO OTIWG TO €50(POG I
TO QVOPWTILVO CWHX YLK TNV KXTOVONOT] TNG TIOLKIAOMOPQING KOL TWV AELTOUPYLWV
TWV ULKPOPLOKWY KOLVOTIHTWV.

10. EEEAKTIKN] YOVIOLWHOTLKN: MEAETX TOV TPOTIO WE TOV OTIOIO TOX YOVIOLX KOl T
yovIOLWHaTo oAAG{OUV HE TNV TGPOdO TOU XPOVOU, CUUTEPIAXUPBAVOUEVWV
TWV UNXXVIOUWV NG €EEAENG, OMWG 1 METXAANEN KOL 1) PUOLKN ETLAOYN, VL0 TNV
KOXTOVON O TNG LOTOPLOG KAL TNG TTOLKIAOMOP@iaG TNG {wNiG.

H yOVIOLWUOTIKI) XPNOLUOTIOLEL ML TIOLKIALX HEBOOWV YL TN HEAETN TNG OOMNG, TNG
AELTOUPYIOG KOL TWV GAANAETILOPAOEWV TWV YOVIOLWHUATWY, LEPLKEG IO TLG OTIOLEG
TXPUTIOEVTOL TTHPAKATW.

1. AAnAouyton DNA: Mpoaodiopilel TNV akpLPT| OELP& TWV VOUKAEOTLOIWV OE EVal LOPLO
DNA, ETIITPETIOVTOG OTOUG EPEUVNTEG VA AXVOAUCOUV TN YEVETLKN TTANPOYPOPIX.

2. AAuodwTtn avtidpoon moAupepaong (PCR): EvioxUel cUyKeKPLUEVEG aAANAOUXIEG
DNA, EMITPEMOVING TNV MXPOYWYN EKXTOUMUPLOV QVILYPAQWV ULOG TIEPLOXNG-
OTOXOU YLO TIEPULTEPW XVXAUOT).

3. MikpoouaoTotyicg (DNA chips): AUTEG ETILTPETOUV GTOUG ETILOTIIOVEG Vo e§eT{OUV
XIMGKOEG £WC EKOTOMMUPLA KOUMATIx DNA TOUTOXPOVO OE €VOl LOVO TIEIPOHX.
XpNoLUoTToLWVTOG €OIKOUG aviXveUTEG oTo DNA, oL epeuvnTEG UTTOPOUV EUKOAX
VOl EVTOTILOOUV GUYKEKPLUEVEG OAANAOUYXLEG TTOU TALPLAJOUV [IE UTO TIOU PAXVOUV.
AuTO TOUg BonB& VO KATAVOT|COUV WG TO YoVidLo ouvepya{ovTal HETOEU TOUG, TL
KOVEL KABE ATOMO HOVOOLKO KOL TIWG VOTITUGOOVTAL OL l0BEVELEG — OAX OUTX HE
OTIOTEUTN AETITOUEPELD.

4. AMAnAouxton RNA (RNA-seq): NMpoodiopilel Tnv cAAnAouxic KOl TNV TOoOTNTX TWV
popiwv RNA og éva delypa, TTAXPEXOVING TIANPOWOPLEG YL TNV EKPPOOT) KOL TN
pPUBULON TWV YoVLIOiwV.

5. CRISPR-Cas9 genome editing: Emitpémnel Tnv akpLPn tpomotmoinon aAAnAouxtwyv
DNA €vTOC TOU YOVIOLWUOTOCG, OLEUKOAUVOVTOG TIG AELTOUPYLKEG UEAETEG TWV
YOVLOLwV KOl TOU POAOU TOUG OTLG BLOAOYLKEG DLOOLKOTIEG.

6. HAektpowopnon oe mktwpa (gel): Ataxwpilel Opavopato DNA 1) RNA avaloya e
TO LEYEDOG XPNOLUOTIOLWVTOG EVX NAEKTPLKO TIEDLO, ETIITPETIOVTNG OTOUG EPEUVNTEG
VO OTIELKOVIOOUV KOIL VOL 0VOAUOOUV VOUKAETKX OEED.

7. BLOTTANPO@OPLKY) XVXAUGT): XPNOLLOTIOLEL UTTOAOYLOTIKG EPYOAELD KoL XAYOPLOLOUG
YLX TNV aVEAUGT KOl EPUNVELX YOVIOLWUATIKWV OEDOUEVWV.
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EEOTOMLKEUMEVT) LCTPLKT)

H €€0TOUIKEUMEVN LOTPLKY) ELVOiL 1) ONULOUPYLX EVOC OXEDLOU UYELOVOULKNG TIEPLIBOAYNG
TIPOOOPOCUEVOU OE EVH ATOUO, AXUBAVOVTOG UTTOYN TIG HOVOOLKEG TITUXEC TWV
yovidiwv, Tou TepLBAAAOVTOG KOl TOU TPOTIOU {WN\G TOU.

H yoviOLwUoTik OLodpapaTilel KEVIPLKO POAO OE OWUTH TNV TIPOCEYYLOTN, KoBwWG
meplAapPBavel TNV €EETOON TWV YEVETIKWV TANPOQOPLWV YIX TNV OVATTTUEN
OTPOTNYIKWV BEPATIELNG TIPOCUPUOCHEVWY 0T HOVODILKI] YEVETIKN oUVOEDN KOL TLIC
ELOLKEC LOTPLKEG VAYKEG EVOG XTOMOU. AANAK N EEXTOUIKEUMEVT LOTPLKT OEV OTOXUAT
OTNn YEVETIKN. AauBavel emiong umoyn &AAOUG ONUOVTLKOUG TIHPAYOVTEG, OTIWG
TOV TPOTIO L€ TOV OTIOL0 £VO KTOMO OVIXTIOKPIVETAL OTN (POPUXKEUTLKY) OyWwyT, TLG
OLXTPOWLKEG TOU TIPOTLUNOELG, TO ETMIMESO CWHNTLKNG TOU dPAOTNPLOTNTOG, XKOMUN KOL
TOUG LKPOOPYQVLOMOUG TToU {OUV OTO CWHLO TOU.

O amMWTEPOG 0TOXOC TNG EEATOULKEUUEVNC LOXTPLKNG Elval v dnuioupynOel Eva oxEOLo
UYELOVOULKNG TIEPIBaAPNG ToU v TopLd{el 0 €val XTOMO TOOO TEAELX 00O €VaX
OXOAXOTLK& TIPOCKPUOCUEVO EVOUUX. MPocapuolovIag TIG BEPATIEIEC OTO YEVETIKO
TIPOWIA KOL TOUG TIXPRYOVTEG TOU TPOTIOU (WG K&BE aTOMOU, 1) EEATOMLKEUEVT LOTPLKN
OXL HOVO BEATLWVEL TNV KTTOTEAEOUATIKOTNTA TNG BEPATEING XAAK KOL EAOXLOTOTIOLEL
TOV KivOUVO OVETILOUUNTWYV EVEPYELWYV. AVTL VX EQXPUOLEL YEVIKEUUEVO TIPWTOKOAAX
Bepareiag, N €ENUTOUIKEUPEVT LOTPLKY) OTOXEUEL OTNV TIOPOXT) PPOVTIONG TIOU Eivol
TOOO HOVOOLKY) OG0 TO KABE XTOWO, OOV LX AUOT) KT TIOPOYYEALX OXEOLOOUEVT) ELOLKG
YLX TNV UYELX KOL TNV EUNUEPLX TOU.

EIKONA 1: H oupBoAn TnNG YOVIOLWUOTLKNG OTNV EEXTOULKEUUEVT] LATPLKT).
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FeveTIKEG EEETHOELG
AToTEAOUV TO BEUEALO YLX TNV EEATOMLKEUEVT LATPLKT), TIXPEXOVTOG BOOLKEG YEVETLKEG
TIANPOWOPLES YLot TNV TIPOBAEYN KIVOUVOU KOL TN QUPLOKOYOVLOLWLKTLKY).

D oPUAKOYOVIOLWLOTLKN

XPNOLUOTIOLEL YEVETIKEG TIANPOWOPLEG ATIO TLG YEVETLKEG EEETROELG YL VO TIPOBAEYEL
TOV TPOTIO LIE TOV OTT0i0 £vag xaBevn g Ba peTafoAioel kol Bax arvTamtokpLBEei o dLdpopa
EOPUOKOL.

BonB& otnv €AOXLOTOTIOINGC TWV TIPOCEYYIOEWV JOKLUNG KoL A&Boug otnv €miloyn
POPUAKWYV, LELWVOVTIXE TOV KivOUVO QVETILOUUNTWY (QOPUXKEUTIKWV AVTLOPACTEWYV KOL
BEATLWVOVTOG TNV AOQAAELN KOL TNV KTIOTEAECUATIKOTNTA TWV 6XOBeVwV.

MpopAedn kvdUvou voonong
XPNOLUOTIOLOUVTOL YEVETIKEG TIANPOYOPLEG YL VO aELOAOYNOEL TNV eULoBnoiol EVOG
OTOLOU OE OPLOMEVEG OOBEVELEG.

STOXEUMEVEG Bepameieg

AvamTtudn BepAmMELWV TTIOU OTOXEUOUV OE OUYKEKPLUEVX YEVETLKX XOPOKINPLOTIKA,
WOTE OL TXPOXOL UYELOVOULKNG TEPIBOAPNG va pmopolv vo EXTOMLKEUOUV ThV
ETLAOYY] KOiL TN D0COAOYIX TWV POPUAKWYV YLX TN BEATLOTOTOINON TWV BEPATIEUTLKWV
TMOTEAECUATWV.

MPooapUOCHEVEG Bepameieg
Ag plEoupEe pLa HOTLX OTT OLOOLKOCLOr AVATITUENG EEXTOULKEUUEVWV POPUAKWYV.

EIKONA 2: Zt&dLo TNG OLOLKOOLOG oVATITUENG EEXTOULKEUUEVWV LOTPLKWV BEPATIELWV.

1. FOVIWOLWHATLKEG TANPOWOpPIEG: OL YEVETIKEG EEETAOELG XPNOLUOTIOLOUVTOL YL TNV
QXVEUPEOT] CUYKEKPLUEVWV YEVETIKWYV JLXPOPWYV TIOU EMNPEX{OUV TOV TPOTIO UE TOV
OTI0L0 £VOl GTOO KVTATTOKPLVETOL 0T PXPUAKX.

2. Npoodloplopdg otoxou: OL €psuvnTEG €vTOoTi{ouV HOPLO, OTIWG TIPWTEIVES 1)
€v{uua, TTou oXeTi{ovTal e TNV UTIO Beparmeion xoBEvELN, TO OTIOLO UTTOPEL EITE VO
TIPOKOXAOUV GLECX TNV KOBEVELX ELTE VX CUUPBXAAOUV OE OUTNV HECW TNG 1N 0pON¢
Aeltoupyiog.

3. IXEOLOMOG KoL  OVATITUEN  QoPUaKwY: Ol  EMIOTNAMOVEG  XPNOLUoTIoloUV
HMOVTEAOTIOLNGOT) OE UTTOAOYLOTI) KOL XNULKEG TEXVIKEG YL VO OXEDLXOOUV (PAPUOKOL
TTOU XAANAETILOPOUV E XUTH TOX MOPLX VLol TN BEpaTIEIRX TNG VOOOU.

embl.org/sepe
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EEXTOULKEUMEVT) LTPLKT) — CUVEXELX

4. KAMVIKEG LEAETEG: AUTEG OL LEAETEG UTTOPEL VO TIEPIAXUBAVOUV UTIOO XD EG A GBEVWV
HE OUYKEKPLUEVO YEVETIKX 1l MOPLOKA XOPOKINPLOTIKA Yl va o&loAoynBel n
QTIOd00T TOU POPUAKOU OE DLOPOPETLKOUC TTANBUCHOUG. H DLAPKELX TWV KALVIKWV
MEAETWV UTTOPEL VO TIOLKIAAEL VEXAOYQX LIE TIOPOYOVTEG OTIWG 1) TIOAUTIAOKOTNTA TNG
VOOOU TIOU MEAETATOL, 1 OLXOECIUOTNTO TWV CUMUETEXOVTIWY, Ol KTTKLTI|OELS TOU
PUBLOTLKOU TTAGLOLOU KO(L OL ELOLKOL OTOXOL TNG MEAETNG. MO TIAXPXOELY LXK, OL LEAETEG
daong 1 ouvnBwg dLXPKOUV LEPLKOUG MIVEG EWG EVX £TOG KOL ETILKEVIPWVOVTOL
OTNV XOQPAAELY, EVW OL LEAETEG DAONG 3, OL OTIOLEG OUYKPLVOUV TLG VEEG BEPATIELES
UE TO UPLOTOUEVD TIPOTUTIO, UTTOPEL VO DLOPKETOUV OPKETH XPOVIX.

5. Avarntuin Prodsiktwv: Ot BLodeikteg eivo PETPNOOL JEIKTEG TIOU UTTOPOUV
va Bonbnioouv otnv mpoPAsYPn NG QVIXTOKPLONG €VOG ooBevoug Ot MIX
OUYKEKPLUEVT Bepameia. Moidouv KXBOPLOTIKO POAO GTOV EVIOTILOUO TWV XO0EVWV
TOU €ival TBAVOTEPO VX WPEANBOUV OTIO VO CUYKEKPLUEVO QRPUAKO KOL OTNV
TIXPOKOAOUBON O TNG KVIATIOKPLOTG TOUG 0T Beparmeio e TNV TaP0od0 ToU XpOvou.
TNV KUOTLKY (vwon, Yyl TOPAOELYUX, 1 ovATITUEN BLOJEIKTWY ETILKEVIPWVETAL
OTOV EVTOTIONO OELKTWV (PAEYUOVIG TWV TIVEUMOVWV Kol €EEAENG NG vooou.
OL epeUVNTEG AVOAUOUV OEIYMOTH TTUEAWV YIX VX METPNHOOUV TX ETimedo
OUYKEKPLUEVWV PAEYUOVWOWY JELKTWV TIOU OXETL{OVTOL LE TN COBXPOTNTH TNG
KUOTLKNG ivwong. Mg Tnv mapakoAouBnon autwv Twv BLOJEKTWY PE TNV T&Podo
TOU XPOVOU, OL KALVIKOL YLOTPOL UTTopoUV va 0i§LloAoyouv TN OpaoTnpLOTNTO TNG
VOOOU KOl VO TIPOCOPUOJOUV TO BEPATIEUTIKR OXNUOTA YlxX TN BeATiwon Twv
XTTOTEAEOUATWV YLX TO GTOUN L€ KUGTLKY) (vwon).

6. Zuvtoyoypa@non akpLBeiag: OL yLXTPOL XPNOLUOTIOOUV YEVETIKEG KOL HOPLUKES
TIANPOWOPLEG YL Vo ETTIAEEOUV TO KOXAUTEPO PAPUOKO Kol TN BEATLIOTN doON YIX
TNV OTTOQUYY) TIXPEVEPYELWV.

7. NaxpakoAoUONnoN Kot Ttpocappoyn: Tax oxEdLx Bepareiog petaaAlovtol pe Baon
TOV TPOTIO OIVTOTIOKPLONG TWV XOBEVWV KAL TUXOV OXAAXYEG OTO YEVETLKO TOUG
TIPOWIA.

BLBALOYPOPLKEG XVOPOPEG:

« Goetz LH, Schork NJ. Personalized medicine: motivation, challenges, and progress. Fertil Steril.
2018 Jun;109(6):952-963. doi: 10.1016/].fertnstert.2018.05.006. PMID: 29935653; PMCID:
PMC6366451. https://www.ncbi.nlm.nih.gov/pmc/articles/PMC6366451/

« Superchi C, Brion Bouvier F, Gerardi C, Carmona M, San Miguel L, Sanchez-Goémez LM, Imaz-Iglesia
I, Garcia P, Demotes J, Banzi R, Porcher R; PERMIT Group. Study designs for clinical trials applied to
personalised medicine: a scoping review. BMJ Open. 2022 May 6;12(5):e052926. doi: 10.1136/bm-
jopen-2021-052926. PMID: 35523482; PMCID: PMC9083424. https://www.ncbi.nlm.nih.gov/pmc/

articles/PMC9083424/
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AAANAOUXLOT) YOVLOLWUOTOG

H oAAnAoUxLon TOU YOVIOLWUATOG €ivoil N dLaOLKOXOLX TIPOCOLOPLOMOU TNG TIAT)POUG
oAAnAouyiog Tou DNA (yovidiwpo ) evog opyovioou.

AkoAouBeil Eva YEVLKO Tieplypapptal TNG OLadIKoiag GAANAOUXLOTG TOU YOVLIOLWIKTOG:

EIKONA 1: Zt&dio TnG OLadLlkaoiog aAANAoUXLON G TOU YOVIOLWHUXTOC.

1. Zulhoyn deiypotog: H dadikaoio apyilet pe tn AfPn OEiYUATOG KTTO TOV OPYOVIOUO
Tou omtoiou To DNA mpokeLton voo cAAnAouynBei. To deiypo quto pumopei va An@Bet
QIO alipor, oGALo, LOTO 1) oTtoLadnTIoTE &XAAN TINYN TtoU TiepLEXEL DNA.

2. EkYUAlon DNA: To DNA efQyeTol 0T OUVEXELX TIO TO OElyUX XPNOLUOTIOLWVTOG
OL&opeC BLOXNULKEG HEBODBOUG. 2TO O0TAOLO (UTO dlaxwpiletal To DNA amd GAAa
KUTTOPLKX CUOTOTLKA.

3. Mpoctopooioc BLRALOONKNG: AkoAouBei n mpostolpooior Tou £€oxBEvrog DNA
oc BBAoONKN oAAnAouxiong. AUTO TEPLAAUPBAVEL TOV KOTOKEPUATLOMO TOU
DNA 0g HIKPOTEPX KOUUATLO KOL TNV TIPOCKPTNON E0LKWV MLKPWV popiwv DNA
Tou OLEUKOAUVOUV TNV TPOOKOAANON Twv TUNUATwv DNA oTnv TAXTQOPUX
oAANAoUXLONG. T MIKPA QUTK MOPLX AELTOUPYOUV WG EKKLVNTEG YLX TNV EVIOYXUON
Tou DNA KoT& TV oAAnAouyton.

4. AAMnAouxion: H mapookeuaopévn BiBALoOkn DNA UTTOBXAAETOL OTN CUVEXELX
oe TeXvohoyior oAAnAouxiong. YTApPYouv OL&@opeC OLXOEOLUEG TAXTPOPUES
oAAnAouxiong, ontwg n Illumina, n PacBio kot n Oxford Nanopore, | kaBepio pe Tol
OLK& TNG TIAEOVEKTIUATA KL TIEPLOPLOUOUG. Kot TV aAAnAouxtion, ot Baoelg (A, T,
C koL G) Twv Hopiwv DNA doBalovTal KoL KATXYPKQOVTAL.

5. AvaAuon Oedopevwv: A@oU olokAnpwBei n oAAnAouxion, tor OedopEval TOU
TPOKUTITOUV, OUVNOWG HE TN MHOPYN Hn enefepyqOUEVWV  OAANAOUXLWY,
uttoB&AAOVTALOE BLOTIANPOPOPLKN XVXAUCT). AUTO TTIEPLAGUBAVEL TNV EUBUYPEULLON
TWV OVOYVWOEWV HE EVO YOVIILWHX Oavo@op&g (e&v eival dlxBEoLUo) 1 TN
ouVOpHOAOYNOY Toug de novo oe ouvexoueveg aAAnAouyxieg (contigs) yia tnv
QXVOKOTXOKEUT] TNG OPXLKNG GAANAOUXIOG TOU YOVIOLWUOTOG. AUTEG OL OUVEXELG
oAAnAouxie¢ DNA amoteAouvtol oMo OAANAETILKXAUTITOUEVEG OVOYVWOELG KOL
XPNOLUEUOUV WG OOULKA OTOLXELX YL TNV VOKXTOOKEUT) TOU YOVIOLWUXTOG. AUTO
TO Br)ua TTEPLANUPBAVEL TN CUVAPLOAOYNON ETILKXAUTITOUEVWYV OVOYVWOEWV YL VXX
OXNUOTIOOUV ULO TIANPECSTEPN YOVIOLWUOTLKT] ELKOVAL.

6. Epunveia: TEAOG, N OUVOPUOAOYNUEVN YOVIOLWUXTIKY oAAnAouxior epunveveTal
YlX TOV EVTOTILOMO YOVLOiwV, PUBULOTIKWV OTOLXELWV, TTXPOAAXYWV Kol GAAWV
XOPOKTNPLOTLKWV EVOLXPEPOVTOC. AUTO TO B TIEPLAXBARVEL GUXVA TN GUYKPLON
TOU OXAANAOUXNUEVOU YOVIOLWUOTOG UE YOVIOLWHUOTO OVOPOPAG 1) IE UTIAPXOUTES
B&oelg OEDOUEVWV YL TOV XOPOKTNPLOUO YOVLOLWYV KOL TOV EVTOTILOMO TP XAAGYWV.
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EIKONA 2:
Opoonua oTnV
oAAnAouyxion
YOVIOLWUATWYV

[ 4

WHOTOG — GUVEXELX

’

AAAnAouyxion yovidt

Juswageduy JOTTgNd Pue UOT}eINP3 SI2USTIS TgW3
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MoPOKATW TTRXPATIOEVTOL BIVTED YIX VO LABETE TIEPLOCOTEPX OXETIKX |UE ETILAEYUEVES
neBOO0UG XAANAOUYXLONG YOVLOLWUTOG.

Eme&nynon ¢ aAAnAouxiong Sanger
Bivteo: Sanger DNA Sequencing, From Then to Now.

Ene&nynon ¢ aAAnAouyiong «Emopevng Mrevidg» (Next-generation)
Bivteo: Next Generation Sequencing - A Step-By-Step Guide to DNA Sequencing.

Eegiynon TG HETOYOVISLWUXTIKHG
Bivteo: Metagenomics principles and workflow

Ene&nynon ¢ aAAnAouxiong pe t Xpron tou Oxford Nanopore
Bivteo: Nanopore Sequencing

BLBALOYPOPLKEG IVOPOPEG:

1. Burian AN, Zhao W, Lo TW, Thurtle-Schmidt DM. Genome sequencing guide: An introductory
toolbox to whole-genome analysis methods. Biochem Mol Biol Educ. 2021 Sep;49(5):815-825. doi:
10.1002/bmhb.21561. Epub 2021 Aug 11. PMID: 34378845; PMCID: PMC9291972. https://www.
ncbi.nlm.nih.gov/pmc/articles/PMC9291972/

2. Heather JM, Chain B. The sequence of sequencers: The history of sequencing DNA. Genomics. 2016
Jan;107(1):1-8. doi: 10.1016/j.ygen0.2015.11.003. Epub 2015 Nov 10. PMID: 26554401; PMCID:
PMC4727787. https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4727787/

3. Durmaz AA, Karaca E, Demkow U, Toruner G, Schoumans J, Cogulu O. Evolution of
genetic techniques: past, present, and beyond. Biomed Res Int. 2015;2015:461524. doi:
10.1155/2015/461524. Epub 2015 Mar 22. PMID: 25874212; PMCID: PMC4385642. https://www.
ncbi.nlm.nih.gov/pmc/articles/PMC4385642/
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KuoTtikn tvwon

Tt €lva | KUGTIKN ivwon;

H kuoTikn ivwon (CF) eivol plo yeveTiky maBnon mou mpooBaAlel 1 oe k&Oe
2.500-3.500 pwp& TOU yevviouvTol otnv Eupwrn kot tn Bopeia Apepikr. H vooog
XOPOKTNPLETAL ATTO TN CUCOWPEUOT TTAXLAG PAEVVAG, LOLWE OTOUG TIVEUHOVEG KOL TO
TIETITIKO OUOTN LK, 1 OTIOL UTTOPEL VO TIPOKOAETEL DUGKOALEG OTNV XVATIVOT] KOXL GUXVEG
QVOTIVEUOTLKEG AOLMWEELG. TX CUUTITWUOTH QUTK €€eAiooovTal og Xpovia KaBwg ol
xoBeveig MpoxwpoUVv ot {Wr) TOUG, ATALTWVTHG CUVEXT) OLXXELPLOT KOL (PPOVTION YLOl
TNV aVOKoULOT) TOUG KoL TN BEATIWON TNG TToLoTNTOG {WNG.

TL TPOKXAEL TNV KUCTLKY ivwon;

H KUOTIKN] [vwon €lvoil PIO XUTOOWLKYN UTIOAELTIOPEVT YEVETIKN OLOTOPOXN TIOU
EKONAWVETOL POVO OTAV VOl XTOMO KANPOVOUEL dUO aVTIypO@PX EVOG HETXAAXYUEVOU
yovidiou, Eva oo KaBe yovea. Ot LETAAAGKEELG TTOU EUBUVOVTOL YIX TNV KUGTLKY] ivwon
EUPOVIOVTOL OE L0t CUYKEKPLUEVT BECN OTO XPWHOCWUO 7, N OTIOLX KWOLKOTIOLEL TO
YOVidLo Tou puBuLOTI) TNG LOUEUBPAVIKIG XYWYLLOTNTAG TNG KUOTLKNG ivwong (CFTR).
To yovidlo kwdlkotolel TNV Mpwteivn CFTR, pi JIXPEUPBPOVLKY TIPWTELIVN 1 omoix
Opa w¢ OIXUAOG TIOU ETILITPETIEL OTA LOVTIX XAwpPLlou va peouv £Ew oo To KUTTApOo. Ot
METAAAGEELG 0TO YOVidlo CFTR UTTOPEL VO TIPOKOAETOUV OLOTAPOXEG OTN oUVOEDN, TN
Ooun KoL TN AELTOUPYIO TNG TIPWTEIVNG, 0ONYWVTHG OE HELWON TNG EKKPLONG LOVIWV
¥Awpiou Kol vepou. Q¢ ATMOTEAECUX, TIOXLX BAEVVO CUCCWPEUETOL OTNV ETILPAVELX TWV
EKKPLTIKWV KUTTXPWYV, TIPOKOXAWVTOG TX CUUTTWHOTH TNG VOOOU TIOU TIEPLYPAPOVTOL
TIOXPOTTAVW.

Moteg peTaxAAGEELG Tou CFTR TIPOKXAOUV KUGTLKTY] lvwon;

OL petoAAG&elg oto yovidlo CFTR opodomolouvtol oe €€l KaTnyopieg Tou
OVTLKXTOTITPL{OUV TIG AELITOUPYLKEG TOUG OUVETIELEG OE TIPWTEIVLKO £TiTtEd0. Mot AGyoug
XTMAOTNTOG, O TTOXPAKATW TIVOKOG ETILKEVIPWVETAL LOVO OE TPELG ATTO AUTEG.

EIKONA 1:
EVO KUTTOPO LE
OLOPOPETLKX
METOXANOYLEVES
TPWTEIVES
CFTR.
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MINAKAZ 1: Kotnyopieg peTaAAG&ewv CFTR KoL OL KUTTOPLKEG BAGBEG OTIC OTTOlES
odnyouv.

Kotnyopia I Kotnyopia II Kotnyopio IIT
Noapodeiypota | 126995 G>T (G542X) | 192094 C>G (N1303K) | 127023 G>A (G551D)
HETXANGEEWY | R553X F508del G178R

R1162X 1507del G551S
Enidpaon tTwv | Anuloupyei éva MpokoAel cAAayn MpokaAel oxAAoyny
METOXAAKEEWY | TTPOWPO KWILKOVLO EVOC OLVOEEDG EVOG O(ULVOEEDG
oto mRNA 1) TEPUATLOMOU OTNV TIOAUTIETTTLOLKN OTNV TTIOAUTIETTTLOLKN
™V MpwTEivn o\uoido oAucida
Kuttapikn MELWPEVN HETAWOPX | MELWUEVT HETAPOPX MeLWPEVN HETOPOPK
BAGBN LOVTWV YAwpiou €§w | LOVTWV YAwpiou £Ew LOVTWV YAwpiou £5w

OTTO TO KUTTOPO OTTO TO KUTTOPO QIO TO KUTTOPO
Attix MoAU Aiyeg wg H mpwteivn CFTR H rpwteivn CFTR
KUTTOPLKIG KoBOAou TpwTeiveg | eivol AavBaoueva elval mapovoa
BA&BNG CFTR 0TV KUTTOPLKY | v OLITAWMEV KOl OTNV KUTTOPLKN

MEUBPGVT, ETELDY) TO | OEV ETITUYXXVETOL MEUBPGVT, av Kol

PLBOCWHN OLXKOTITEL | OTXBEPOTNTA dOMNG EXEL AELTOUPYLKX

TN METRPPOON OTO EVOOTIAGOUOTLKO EAXTTWUOTX

OTOV CUVOIVTO EVOL OlKTuO, OTToU OTO KOXV&AL TNG,

TPOWPO KWOLKOVLO TO CUOTIOT EMELON ML AN Otyn

TEPUATLOMOU OTO ETLTNPNONG OHLVOEEDG euTtodilel

MRNA, eumodilovtag | avixveuouv tnv TO KavaAL CFTR va

N ouvBeon Ing EANTTWUATIKN ovoigel owoTta.

TPWTEIVNG. TIPWTEIVN KOL

AUTO TO TIPOWPO eumodidouv

KWOLKOVLO METXPOPX TNG OTNV

TEPUATLOMOU KUTTOPLKN MEUBPGVD.

TIPOOEAKUEL ETTILONG >e mepimTwon

Eva oUOTNUX TIOU OL TIPWTEIVEG

ETILTNPNONG TIOU (PTOOOUV OTNV

efaleipel 1o CFTR KUTTOPLKN MEUBPGVD,

mRNA. OnuLoupyouvIal

ocoPoapég BA&GPES oTOUG
OlLaUAOUG.

embl.org/sepe
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ENHMEPQTIKA OYAANAAIA
D

KuoTikn lviwor — CUVEXELX

MNwg yiveTot n dtkyvwon tng KUOTLKIG ivwong;

EIKONA 2:
To BrjpoTor SLayvwong
NG KUOTLKNG ivwong.

MWG XVTLUETWTTI{ETAL ] KUOTIKY ivwon;

MEXPLTIPOOPATX, OL BEPATIELEG YLX TNV KUGTLKT) LV(WOT) OTOXEUXYV LOVO 0T CUUTITWUXTO
NG vOOoOoU, GAAX TILO TIPOCWYOTN, ONUELWONKE TPOOOOC OTNV OTMTOKATAOTRON TNG
AelToupyiag TG HETOAAXYHEVNG TTPWTEIVNG. ETOL, UTIKPXOUV ONUEPX BEpPATIEiES YLOl
TNV KUOTLKY Vwon TIou XopnyouvTol av&AOYX HE TNV KXTnyopio Tng METGAANENG.
OpLOUEVO TTOPOOELYUOTO TIXPATIOEVTAL TTIHPAKATW.
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.

KuoTikn Lvwon — CUVEXELX

MINAKAZ 2: Kotnyopieg peToAAGEEwY CFTR KoL TILOAVEG BEPATIEUTLKEG ETILAOYEG.

Katnyopia | Kaxtnyopio I Koatnyopix II Koatnyopio III

MeTXAAXENG

Ogpoameia OLevwoelg H ouvOuaoTLKY) To ivacaftor eiva
«OVAYVWONG», Xprion PAPLOKO YVWOTO
OTIWG TO MOPLO «OLoOPOWTIKWV» WG «EVIOXUTNG»
ELX-02, mpowBouv EVWOEWYV OTIWG EMELOT) OUVOEETOL PE
NV QVAyvVwon n lumacaftor NV EAXTTWUATIKNA
Tou MRNA pe TTou BonB& TIg npwteivn CFTR
METOXAAGEELS XWPLG AavBaouEva OTNV KUTTOPLKN
vonua (nonsense), XVOOLTTAWUEVES MEUBPGVN
TIOXPOKAUTITOVIOG TX | TIPWTEIVEG VXX KoL BonBa va
TPOWPX KWOLKOVLX OTIOKTHOOUV dlxtnpnBei to
TEPUOATLOMOU KOIL TN OWOTY) TOUG KOVAAL LOVTWV
ETILTPETIOVTOG HOp N KOl ¥AwpPLou aVOLKTO.
TN ouvBeon KEVIOXUTLKWV»
AELTOUPYLIKWV EVWOEWYV OTIWG 1
TPpwTEiIVwV AN poug | ivacaftor, n omola
MIKOUG KOL TN OWOoTH | OLOTNPEL TO KOVGAL
METXPOPX LOVTWV QVOLKTO, BEATLWVEL
YAwpiou. ™ pon Twv LOVIwV

¥Awpiou €&w amd 10
KUTTOO.
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ENHMEPQTIKA OYAANAAIA
-

AAuGLOWTN avTidopoon moAupepaons (PCR)

H PCR &ivol Pl TEXVLKT TIOU ETILTPETIEL TNV EKOETLKY €vioXuon TOAU AlywV 1} KON
KOL LEMOVWUEVWVY Hopiwv DNA. MNa va emiteuxBel auto, Tor popLx DNA uttoaAAovTa
0€ OPKETOUG KUKAOUG ammodLlataéng, uBpldotoinong Twv €KKIVNTWV OTIC UNTPLKEG
XAUGLOEG KOL ETILUNKUVONG TWV VEWV 6AUCiOwV Tou DNA.

To pelypo avTdpaotnpinv yio piex PCR amottel T ckOAoubo:

To DNA mou B evioyuBei (apxiko DNA)
EKKLVNTEG CUUTTANPWHOTLKOL TIPOG TLG UNTPLKEG KAUGLOEG TOU apxtkou DNA

Eva €vqupo rou ouvBeTel To DNA (DNA moAupepaon)

EAeUBepa voukAeoTidLo (ANTPs) ou Ba xpnotpomotiost 1 toAupepdon DNA yLo va
EMLUNKUVEL TN VEX oAucida DNA.

EVa pUBULOTIKO OLEAULO TIOU TIXPEXEL TG BEATIOTEG OUVONKEG YLX TNV avTidpoon

K&Be kUkAog evioxuong mepAXMBAVEL TPLX JLOPOPETLKA OTAILN:

1. Kat& 1o otddlo NG amodit&taEng to opxtko dikAwvo DNA diaxwpiletal o dUo

MOVOKAWVEG OAUCiOeC. ETTOMEVWG, 1 BEpUOKPOTiOt KT TN OLXPKELX GUTOU TOU
BrUOTOC TIPETEL VO ELVOIL KPKETA UPNAT WOTE VO OTIXOOUV oL 0oL udpoyovou
METOEU TWV CUUTIANPWHOTIKWV 0AUcidwV Tou DNA. QoT000, oL TIOAUEPROEG TTOU
QTALTOUVTAL YL TNV €vioyxuon Tou DNA eivol EvUpo KoL To TIEPLOCOTEPX VUM
elval TOAU euaioBnta oTIg UPNAEG BepUOKPOOLEG. EUTUXWG, €XOUV XTTOMOVWOEL
moAupep&oeg DNA amd Baktipla ou {ouv o€ KPOIEG OUVONKEG Kol £XeL BpeBel
OTL QXVTEXOUV TI UPYNAEG BEPOKPATIEG TTIOU AMALTOUVTNL YLK TNV XTTOLXTOEN.
ETopéVwg, N BEPLOKPOOLN TIPETTEL VO TIPOCUPUOLETOL XVXAOYX LIE TNV TIOAUEPKOT
DNA Ttou xpnotpomoteital (cuvnBwg 94-98°C).

2. Kot tn OLXpKELX TOU 0Tadiou UBPLOOTIOINONG TWV EKKLVNTWYV, 1) BEpLoKpaoial TNG

QVTIOPOXONG UELWVETOL WOTE VX ETIITPOTIEL OTOUG ELOIKX OXEDLXOUEVOUC EKKIVNTEG
Vo oUVOEBOUV e TO LOVOKAWVO DNA HEGW CUUTTANPWUATIKNG oUeUEnG B&oswv. Ot
EKKLVNTEG TIOU XPNOLUOTIOLOUVTOL VLo TIG OUVHOELS e@apuoyEG PCR ammoteAouvTol
ouvnBwg amo mepimou 20 voukAgoTiOlax (18-24) kol £€Xouv TTEPLEKTLKOTNTO GC 40-
60%. H Bepuokpooion 0 aUTO TO OTAOLO0 EEXPTATOL OTIO TN BEPUOKPATi THENG
(Tm) TwVv ekKvNTwV. H TM TwV EKKLVNTWV OPLLETOL WG 1) BEPLOKPOCLX OTNV OTToLx
T0 50% TWV EKKLVNTWV dLaXWPLIETAL ATTO TIG UNTPLKEG GAUGCLOEG TOU xpXLtkoU DNA,
EVW TO &AN0 50% e&akoAouBei va oXNUOTI(EL DIKAWVO TUNUOTA UE KUTEG. H peiwon
™G Beppokpoaoiag uBpLdomoinong (Ta) Bax xu€rioel To TOCOOTO TWV EKKLVNTWYV TIOU
deopelovTol OTIG EIO0LKEG BETELG TTPOGOEONG, AN UTTOPEL €Tiong va au&noet T
Poodeon o€ un 0IKEG BEoelg. H au€non tng BepUOKPAOING UELWVEL TN GUVOALKN
T(POCOEDT TWV EKKLVNTWV OAAK axudvel TNV €0LKOTNTO. H Ta €MIAEYETOL YEVIKX
va givat 3°C €wg 5°C K&Tw oo Tnv Tm tou {EUYOUC EKKIVNTWY, OV KoL EEXpTATOL
ETLONG ATIO TN XPNOLUOTIOLOULEVT) TIOAUEPAOT). MO TIG TIEPLOCOTEPESG AVTLOPAROELS
KUMOVETOL METOEU 55°C Kol 65°C. H (BewpnTik) BEATIOTN Ta UTTOPEL VO UTIOAOYLOTEL
XPNOLUOTIOLWVTOG EVOV MOBNUATLIKO TUTTO, XAAX OXKOMUN KOl UETA TOV TIPOOEKTLKO
uttoAoyLopo ¢ Ta yix Tnv PCR, oL ETILOTNMOVEG OUX VA TIPETIEL VO TIPOCOLOPLOOUV
™ BEATIOTN Ta ekTeAwVTOC ovTIOp&oeLg PCR e Bepuokpaaotakn dloBaOuLon, omou
MTTOPOUV V& QOKLUKOOUV TToPAAANAG DLapOpETIKEG BeploKpaaieg uBpLdoTtoinong.
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PCR - ouveyewlx

3. A@ou yivel n uBpLdoTmoinon TwV EKKLVNTWV 0TI 6AUCLdeC Tou DNA, n Bepuokpaaio
augavetol otn PBEATIOTN Oeplokpooion AsLTOUpyiog TNG TOAUMEPAONG OTOUG
68°C-72°C. Kotd Tn OLPKELX GUTOU TOU PrUOTOC EMLUNKUVONG, N TIOAUMEPXON,
EEKIVWVTOG OTTO TOUG EKKLVNTEG, OUVOETEL TN VEX OAUCId DNA TIpocBETOVTHG
OLadoyLka eEAeuBepa voukAeoTidla (ANTPS) 0Tiwg oiuto KaBopideTaL oo TNV KPXLKN
oAucida DNA TTou XpnOLUOTIOLEITOL WG UNTPX (KOXAOUTIL).

EIKONA 1: H ué€Bodog PCR.

To apxikd DNA amodiatdoostal (1), EMITPEMOVING OTOUG EKKLVNTEG Vo ouvdoeBoUv
HE TIC OUMTIANPWUOTLKEG TOUG OAANAoUXLEG (2) TTPOTOU XKOAOUBNOEL N ETLUNKUVOT)
Toug oo v DNA moAupepdon kot In ocuvBeon Twv VEwV aAucidwv DNA (3). Me tnv
EMAVOANYN QUTWV TWV Prnudtwy, To DNA evIoXUETOL TIEPALTEPW. INMUELWVETOL OTL
oL Bepuokpaoieg TOU BLVOVTIOL OE QXUTH TNV ELKOVAX €ival oL BEATIOTEG yLX TN XpPrion
™G Taq moAupeP&oNG. AAAEG TIOAULEPROEG EVOEXETOL VO OTIOLTOUV OLXPOPETLKES
Bepupokpaoieg.

H okohouBicx amodidtagng, uPppldotoinong Twv EKKLWVNTWV KoL  ETLUNKUVONG
ETTOVOAXUPBAVETOL 0TI OUVEXELX OPKETEC POPEG KoL KABE op& N TMOCOTNTA TOU
DNA dumAaotaetal, 00NYyWVTOG o€ EKBETLKN aU€non NG TooOTNTAG ToU MBuunToU
Tpoiovtog PCR. AuCTUXWG, OL TIOAUEPAOEG OEV EivVall TEAELEG KOL UTTOPEL VO KAVOUV
AGBN, Owe N MPOCONKN €VOG AXVOXOUEVOU VOUKAEOTIOIOU. KXT! OUVETTELY, KXTK TN
OLOPKELX KXOE BrILOTOC ETILUNKUVONG, UTIXPXEL ) TILOXVOTNTH ELOXYWYNG LETHAAKEEWV
oto DNA. ETopEVWG, N amO@aon YL TOV aplBpd Twv emavoAnPewv g akoAouBiog
(Twv KUKAWV) BaoileTal TNV LooppOoTTial LETAEU TNG TOXPAYWYNG XPKETOU DNA KoL Tng
EAOXLOTOTIONONG TOU KIVOUVOU ELOAYWYNG XVETILOUUNTWV HETOXAAGEEWY, LOlwG OTOV TO
DNA TIPOKELTOL VO XPNOLUOTIOLNOEL O0€ TTEIPAUATA KAWVOTIOINOoNG. ZuvrBwg, 0 aPLBUOG
TWV EMOVOANPEWV KUPXIVETOL METAEU 20 Kot 35 KUKAWV.

H &vopin Kol 0 TEPUATLOMOG TNG 0KOAOUBIXG TwV KUKAWV PCR TIAXLOLWVOVTOL KTTO L0
OPXLKT) ommoOLAToEN 30 OEUTEPOAETITWV £WG 5 AETTTWV 0 BEPUOKPUOLO KTTODLATAENG
KOL MLO TEALKY) €TILUNAKUVON 5-10 Aemtwv o Bgpuokpacior emipnikuvong (ko ot dUo
eEOPTWVTOL OTTO TNV TTOAUPEPAON).

23

embl.org/sepe




EMBL Science Education and Public Engagement

ENHMEPQTIKA OYAANAAIA
-

Omtikotoinon TUnuatwyv DNA pe
NAEKTPOWOPNON O€ TNKTWHX (gel)

Mo Tov EAeyX0 TOU amoTEAEONOTOC oG PCR xpnoLyomoleital | nAEKTpo@OpNON OE
TmMKTwuo (gel).

210 téAog NG PCR, TO peElypa TG avtidpaong Umopel va TomtoBeTnOel o €LOLKEG
UTTODOXEG O€ TINKTWUX oty pOdnG. TO TINKTWUX T XUTHK TIEPLEXOUV TTIOPOUG OLOPOPETLKOU
MEYEBOUG MECO XTTO TOUG OTIOLOUG TOX MIKPOTEPX TUNMaTa DNA pmopouv va KivnBouv
ToxXUTEPX OO T MEYOAUTEPO. Agdopévou OTL Ta popta DNA eivol apvnTika
(POPTLOUEVX AOYW TWV PWOPOPLKWYV OUXOWY OTOV OKEAETO TOUG, B KivnBouv TPog To
BETIKA POPTIOPEVO GKPo OTav BpeBouv og nAekTplkd Tedio. ETOL, UE TO TINKTWUXTO,
TO TUpotoc DNA pmopouUv va SLoXwpLotouV e B&on To HeyeBOg Toug.

TOX INKTWUOTO XVOXAUOVTOL O L TPATTECO UTTEPLWOOUC AXKTLVOBOALOG LE ATIOTEAEOU
T Bpavopata DNA va @aivovtol WG QWTEWVEG {WVEG AOYyw UG @Bopiloucag
XPWOTLKNG TIOU TIPOOTIOETOL OTO HELYHO TOU TINKTWUAXTOG KOL TIPOGOEVETOL 0TO DNA.
To TMNKTWHUX PWTOYPXPLIETAL YL LETAXYEVETTEPT) KVOPOPX.

EIKONAZL: ElkOVO £VOG TINKTWHUATOG 0ryoipodnG OTO OTIOL0 £X0UV (POPTWOEL Kail
nAektpo@opnBei deiypata avtidpdoswv PCR.

H eikova deiyvel Eva TNKTWUX HE 9 Awpideg. OL Awpideg 1 kot 9 deixvouv {Wveg
€VOG naptupa DNA pe {wveg YVwoToU HoPLOKOU Bapoug (Kol CUVETIWG LeyEBoug) — o
H&pTUpOC BonB& oTOV TIPOCGOLOPLOMO TOU HEYEBOUG TWV {WVWV TIOU ELVOIL OPATEG OTLG
Awpideg 6mou £xouv ToTroBeTNOEl delypata. TG Awpideg 7 Kol 8, £xouv TomtoBeTnOel
Oelypota amo avtdpaoelg PCR oTig omoieg dev mpooTEBNKe apXLtkd DNA (Awpida 7)
N to €vupo ToAupepdon DNA (Awpida 8). Kotk oUVETELX, OEV TTAPATNPOUVTAL {WVEG
DNA o€ aUTEG TIG AwPLdEG (XpVNTLKOL LAPTUPEG). ZTIGAWPIOEG 2-6 TTOPOUCLAOVTOL T
XTIOTEAEOUOTA TTOU TIPOEKUYP AV HETA TNV EKTEAEON PCR e 5 SLOQOPETIKG OElyaTO
opxtkou DNA. Ta mpoiovta DNA gp@avidovtol wg {WVeG 0TO MNKTWHX. Kol oto 5
delypata, n PCR ftav emituxnig. Ot audpEg {wVEG OTO KATW LEPOG TOU TINKTWUKTOG
TIPOKUTITOUV OTIO TOUG EKKLVNTEG TIOU £iX0v TIPpooTeEDEL 0€ TEPlOTELN OTNV avTidpaon
PCR kol 0gV TOV GMOXPAITNTOL YLX TNV EViOYXUOT).

MNopou:

» Bivteo: "Eva 8-Aemto Bivieo mou eEnyel TG opXEG TNG NAEKTPOPOPNONG O TINKTWHO KL TIWG TX
OLapopeTIKOU peyéBoug Bpavopatoa DNA Ba givol opaTd o€ Eva TNKTWHA, https:/www.youtube.
com/watch?v=afdP3eWFj3k.

« Bivteo: "Eva 8-Aemto Bivieo mou €Enyel TNV NAEKTPOQOPNON OE TINKIWHA otyopodng, OivovTag emiong
ToPaOELYMOTA YIX TIG XPio€Lg Tou. EEnyel emiong tn xprion Twv kAludkwv DNA wg 0eikteg peyéBoug
https://www.youtube.com/watch?v=ZDZUAleWX78.
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O TPOXOG TWV KWOLKOVIWYV (YEVETLKOG
KWOLKKG)

Mpokelévou va peTapaooupe To RNA og piax cAAnAouyior apivo&Ewy, UTTopoUlE
VO XPTOLUOTIOLIIO0UE EVAV TPOXO KWILKOVIWV (YEVETLKOG KWILKAG). KaBe Baon pLag
TPLTAETOG, ) oTrolo DL BALETOL ATTO KPLOTEPK TIPOG Tk DEELX oTNV oxAAnAouyic Tou RNA,
UTTOPEL VO OLOBAOTEL KOL OTOV TPOXO TWV KWOLKOVIWV EEKLVWVTOG OO TOV ECWTEPLKO
TOU KUKAO LE KoTeuBuvon Tpog T €€w. To OVOUX TOU KULVOEEDG TTOU KWOLKOTIOLELTOL
OTTO TNV EKKOTOTE TPLTAETO EMPAVI(ETOL OTNV TIEPLPEPELX TOU TPOXOU. M TP AIELY UK,
av 1 TPMAETA "AUG" gpavidetat otnv aAAnAouxio RNA, 0TOV TPOXO TWV KWOLKOViWY
evtomidoupe PpWTX 10 "A" OTOV EOWTEPLKO KUKAO, OTN ouveExelx To "U" otov peoaio
KUKAO Kol TEAOG TO "G" oTov €€WTEPLKO KUKAO TOU TpoOXOU. TNV TEPLPEPELN TOU
TPOXOU BPLOKOULE TO OVTIOTOLYXO OLVOEU, TN "HeBelovivn", Tou KwWALKOTIOLEITAL aTtd TO
kwdikovio AUG.

EIKONA 1: O TpoX0G TWV KWILKOViwV.

O TPOXOG TWV KWOLKOVIWYV ETILTPETIEL TN LETAPPXON TPLTAETWV BAOEWV O€ KULVOEEQL.
Ta TTAN)PN OVOUOTX TWV XULVOEEWVY KOL TO YPXUUO TIOU XVTLIIPOCOWTIEVEL TO KOBEVX
OTIO QUTK BPLOKOVTOL OTNV TIEPLPEPELN TOU TPOXOU.

embl.org/sepe
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MPOETOIMAZIA EKTOX TAZHX
-

EZolkelwBEITE UE TO AVTLKELUEVO TOU JLOAKTLKOU TIOPOU TIOPakoAoUBwvTaG SUO Bivieo
KO(L OLO(BAOTE TIG TIANPOWPOPLEG TIOU TIXPEXOVTOL OTH EVNUEPWTLKX QUAAGDLA.

Bivteo ylx v 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 ATTOVIWVTING OTLG TIXPUKATW EPWTIOELG.

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

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

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

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

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

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

AVTLOTOLXIOTE TIC TIOPOKATW YVWOTEG UETOAAKEEIC TNG KUOTLKNAG vwong ME Tnv
TIEPLYPOPT) TOU TPOTIOU PECW TOU OToioU TtaPEUTOdi{ouV TN oWoTr AELTOUpPYia TNG
mpwteivng CFTR.

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

powpa 0to MRNA kot n mpwteivn CFTR ¢
MEUBPAVNG elval Alyo €W KABOAOU AELTOUPYILKT.
H mpwteivn CFTR dev gival cwoT& OLTAWNEVN
KO(L ETIOUEVWC OEV UTTOPEL VX PETOPEPBEL oTNV
KUTTOPLKY) MEUPPGVN.

127023 G>A (G551D)

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

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

>tnv Eupwrn, éva o k&Be 2.500 €wg 3.500 HwpAE TIOU YEVVLIOUVTAL KLVOUVEUEL VX
VO TUEEL KUOTLKY) ivwon. To GTOUX JE KUOTLKT lvwon QEPOUV OLAWOPEG LETOAAKEELG
oto yovidlo CFTR (Cystic Fibrosis Transmembrane Conductance Regulator), oL omoieg
OTaV LETAAAXOOOVTAL, UTTOPOUV VO 0ONYTIO0UV 0€ EAXTTWUOTLKN TTapaywyr) BAEVVOG OE
OL&@opa OPYAVE, OTIWG OL TIVEUROVEG KOL TO TIETITIKO OUCTNHA. Mot TETOLX HETKAAGEN
TIOU TIPOKOAEL KUOTLKY) (vwon gival n EAAeLn 3 VOUKAEOTLOLWV OE UL OUYKEKPLUEVN
B€on oto €€wvio 10 Tou yovidiou CFTR. AuTr 1 LETGAAXEN, emiong yvwoTr wg delF508,
eloqyel Eva TPOwpPo kwdLkOvio Angng oto ayyeAda@opo RNA (mRNA). H swoaywyn
TOU KwOLKOVIOU ANENG €XEL WG XTMOTEAECUX TNV TIHPAYWYT HLOG KXTEAOUC TIPWIEIVNG.
Auti 1 aTeAng PpwIEivn eival AavOBoopéva dIMAWMEVT Kol arotkodopeitat. Metoaku
mepLoodTEPWV oo 300 PeETOAAGEEWY OTO Yovidlo CFTR, 1 GUYKEKPLUEVN METXAAGEN
€lvVaL 1 TILO GUYVT) OTOUG XOBEVEIG UE KUOTIKT Lvwon).

H KUOoTIKN) lvwon eival piox dLde00UEVN YEVETIKN) TTABNON TIOU EKONAWVETOL OTOV
EVa HETOAAOYUEVO Yovidlo CFTR, TO0O OmO TN UNTEPA OCO KOl OO TOV TIXTEPW,
METORLBALETOL OTO MWPO TOUG. ZTA KEVIPOK £EWOWMNTLKNG 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 TIKTWHO KYXPOLNG OTTO MLXX KALVLKT) EEWOWMATLKIG
YOVLLOTIOINONG TIOU TIPOYUOTOTIOLEL YEVETIKO €Aeyxo ot €ufpuc. € QuTth TN
OUYKEKPLUEVN oVBAUGT), EVX ULKPO TUNUo peyeBoug 154 {euywv Baoswv (bp) Tou
e€wviou 10 tou CFTR €VIOXUETOL LE TN XPTIOT XAUCLOIWTIG XVTiOPXONG TTIOAUMEPKONG
(PCR) ko amelkovileTol o MNAKTWHO ayopodng weg pioe {wvn tTwv 154 bp yla 10
0XAANAGLOPYO YUOLKOU 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 6lkoAouBoUV Kol BonB10TE TO TIPOOWTILKO TOU KEVTPOU
IVF, vol evTOTioEL Tl EUBPUN TTIOU PEPOUV HETOXANOYUEVD YoVidlx CFTR, WOTE VO TO
EMALEEL TIPLV OTTO TNV EEWOWHNTLKY YOVLOTIOMNON.

E€etdote og k&Be 0TNAN, TIC {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 @uatkou TuToU.
« Inuewwote "Cc" otig otNAeg amod EUPpua pe eTepoluyo yovidio CFTR.

e Inuewwote "cc" 0TI 0TNAEG oo EUPpua Le oudluyo yovidio CFTR Tou Epouv TN
pHeET&AAEN delF508.

‘O\ol oL dpot pe €vtovn ypopr) Bpiokovtol oto [Awoodplo.
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OYANO EPTAZIAZ
-

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

MopadooLlak®, N OLAYVWoN TNG KUOTLKNG ivwong BaoileTol 08 KAWVIKX GUUTTTWUXTO
TIOU UTTOONAWVOUV TN VOGCO 1)/KOL OE BETIKO OLKOYEVELNKO LOTOPLKO. To CUMTITWOTO
eMNPe&{OUV OUVIIBWE TOUG OEPAYWYOUC, TO YXOTPEVIEPLKO OCUOTNUX KoL GAAX
OUOTNUOTO.

YmoB£ote OTL €i0TE YEVETIKOG OUMPOUNOG O VOOOKOWUEIO TIOU ELOLKEUETAL OTLG
XVOTIVEUOTLKEG KOL YOOTPEVIEPLKEG OLOTXPOXEG KOL OTL OOG €XOUV TIXPOTIEUPOEL
TPELG aoBeveig €TELDN £XOUV CUUTMTWUATO TIOU UTTOONAWVOUV KUGTLKY) (Vwaon, oAA&
OEV €XOUV YVWOTO OLKOYEVELXKO LOTOPLKO. Mvwpidovtag OTL N KUOTLKN ivwon eival
YEVETIKN OLOTOPOXT, YL VO TNV ETILREPALWOETE TIPETEL VX YVWPLLETE otV oL aaBeveig
PEPOUV HETAAAGEELG 0TO YoVvidlo CFTR. A@ou amopovwBnke to DNA tTwv aaBevwv Kot
OTXABNKE 0TN CUVEXELX YLo AANAOUXLON, EXETE TWPX Ta OEDOUEVA TNG GAANAOUXLONG
YLOX VO TOC O(VOAUCETE.

Xpnotpotowote to BLAST (Basic Local Alignment Search Tool) yix va e§etdoete

TI¢ cxAAnAouxieg DNA Twv TpLwV 0l0BEVWV UE KUGTLKY) iVwon TIou akoAouBouv Kol Vo
TPoodLlopioeTe MOLX LETGHAACEN PEPOUV.
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OYANO EPTAZIAZ
-

To BLAST eivol €vol EUPEWG XPNOLUOTIOLOUPEVO EPYOAELO BLOTIANPOWYOPLKNG YIX TN
oUYKpPLOT GAANAOUXLWV OTIO TIPWTOYEVT] BLOAOYLIKX OeJOMEVH, OTIWG Ol XAANAOUXLIEG
OMVOEEWV TWV TIPWTEIVWV 1) TA VOUKAEOTIOLX TwV oAAnAouxiwv DNA, e pia B&on
JeDOUEVWYV TTAPOMOLWY OAANAOUXLWYV. Q¢ €K ToUTOU, To BLAST eival XproLUO YL TOV
EVTOTILOMO UETOXANGEEWY O €val OeOOUEVO DElyua O OUYKPLON ME Mol oAAnAouyio
AVOPOPAKC.

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

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

3. Elo&yeTe TIG YEVETIKEG axAAnAouyieg k&Be cxoBevoug oto epyaAeio BLAST yio vax Tig
avVOAUOETE.

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

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

>Ac0Bevn¢ 3
TGTTTCTTATTTTAAAATAATTTTTCTACTTGAAATATTTTACAATACAATAAGG-
GAAAAATAAAAAGTTATTTAAGTTATTCATACTTTCTTCTTCTTTTCTTTTTTGCTAT-

AGAAAGTATTTATTTTTTCTGGAACATTTAGAAAAAAGTTGGATCCCTATGAACAGTG-
GAGTGATCAAGAAATATGGAAAGTTGCAGATGAGGTAAGGCTGCTAACTGAAATGATTTT-
GAAAGGGGTAACTCATACCAACACAAATGGCTGATATAGCTGACATCAT

KpOTOTE ONUELWOELS YL TO TIXPOKATW:

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

« Tov TUTO NG METGANXENG (TtPooBN KN, EAAEWPN, OVILKATHOTHON, XVXOTPOWN 1)
OUMAOLOOG).

« AKoAouBnOTE TIG 00NYiEC OXETIKA e Toug Kavoveg oUvTaEng yovidlwpatog 0dnyo
ylx 10 BLAST kot 1o ClinVar, yio va d0woete otn HeTAAaEn DNA k&Be aoBevoug
€VOl OVOLLX TIOU VO OULOPPWVETAL LE TOUG Kavoveg oUVTAENG YOVLOLWUKTOG.

30


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 dLEBVWG avayVWPLOPEVO TIPOTUTIO
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: coieeeeeieeeteeeceerreeceerre e e esarr e e eesanreessannees
'Ovopa HETXAANGENG CUUPWVX E TOUG KOVOVEG GUVTOENG: veveerreeereeeenreeeenreeeeseeeeseeseneens

AcBsvng 2

TUTTOG: ceieeeeeeeeeetreeeeerrreeeeeare e e essareeeeessneeessannes
'Ovopa HETXAAGENG CUHPWVX E TOUG KOVOVEG GUVTOENG: veeerreeereeeerreeeenreeeeseeeeseeeeseens

AcBsvnig 3

TUTTOG: coeeeeeeeeeteeeeeetree e et e e essareeeeesrneeessannees
'Ovopa HETXAANGENG CUHPWVX E TOUG KOVOVEG GUVTOENG: veeeerreeereeeerreeeenreeeeseeeesneesseens

ALEPEUVNOTE TIG ETIMTWOELG TWV UETAAAGEEWVY PE TN 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 UETAAAXEEWV YIX K&BE
pio oo aUTEG, eTloke@Beite Tov LoTdToTO ClinVar yix vo &XBETE TIEPLOCOTEPX YLK
QUTEG TLG YEVETLKEG TIPAXAAXYEG KOIL TLG CUOYXETIOELG TOUG JE TNV KUCTLKY) (vwon.

To ClinVar eivot pioe eAeuBepa ipoofaoiun, dnuoota Baorn 0£00UEVWV TIOU TIEPLEXEL
QVOXPOPEC YLO TN GUCXETLOT XVOPWTILVWYV YEVETIKWV TIXPOAAXYWV KAL (PXLVOTUTIWYV IE
NV XvBPWTILVN UYELX, CUVOOEUONEVEG OTIO UTIOOTNPLKTIKG OTOLXELX. AlXTnpELTOL KTt
10 EBViKO KEévtpo 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. Xpnotdotmoote TN Asttoupyior avadntnong otov OLKTuako tomo ClinVar yio v
ELOOYAXYETE TIG AVOYVWPLOUEVEG LETXAAKEELG XPTOLUOTIOLWVTAG TO OVOUXTH TOUG.

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

4. INUELWOTE AV OL LETXAAKEELG TTOU EVIOTIONTE TOELVOLOUVTOL WG TTAXBOYOVEG YL TNV
KUOTLKN ivwon.
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OYANO EPTAZIAZ
-

AcBevic 1

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

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

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

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

OL petoAAGgelg Tou CFTR TOU TPOKXAOUV KUOTLKN ivwon Tta&lvopouvtol o €8L
OLOPOPETLKEG OUAOEG. K&Be katnyopior LETGAAXENG EMNPERIEL TNV TTAPAYWYT] TNG
TPWTevNG CFTR HE OLOPOPETLKO TPOTIO, E KATTOTEAETHO VX TIPOKUTITOUV TIPWTEIVEG |UE
OLXPOPETLKO BaBlO OuoAelToupyiog. AUTO onuaivel OTL oL ’OBEVEIG LE KUOTLKN (vwaon
TIOU O@EIAETOL OE DLOPOPETLKOUG TUTIOUG QUOAELTOUPYLKWV TIPWTEivwv CFTR pmopetl
VO XPELXOTEL VO AXPBOUV EEXTOULKEUUEVT) BEPATIELX TIPOKELEVOU VO XVTLOTOOUIoOUV
N MELWMEVN AELTOUPYIO TNG MPWTEIVNG KOL VO €XOUV TO KOAUTEPO BePATIEUTLKO
OTIOTEAEC Q.

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

MPoodLopioTE KOl KATOXWPLOTE OTOV TILVOKO TIOLX KXTNYOPLOt METXAAGENG O(VTLOTOLXEL
o€ TIolov xoBevn).

Koatnyopix Katnyopix 1 Katnyopia 2 Kotnyopia 3
KUOTLKNG ivwong

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

AcBsvng e

KUGTLKY] lvwoon
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-

Avotpefte Eova 0TOV TIIVOKO KoL EENYNOTE TTOLEG OTTO TIG KUTTOPLKEG OLEPYNTLEG
TIOU OVOUPEPOVTAL OTO TTOXPUKATW TIANLOLO ElvOiL OLATAPAYUEVEG OTOUG EEETA(OEVOUG
ooBevelg.

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

AcBsvnig 1

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

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

MoPOKATW TTHPOUCLAOVTOL VTLTIPOCWTIEUTLKA KUTTOPO KTTO EVO UYLEG XTOWO KOIL
XTOMX ME KUOTLKY (vwon). EEETaoTE TNV EMIOPOON TIOU £XOUV OPLOUEVEG HETOANGEELG
oTNV apaywyn Ig MPwTteiving CFTR Kol XvTLOTOLXIOTE TO KUTTOPX |LE TOUG XOBEVEIC
TIOU TLC (PEPOUV.

MOXPOKATW TTHPOUCLALETAL OXNUATIKX EVO TUNMOX TOU KWILKOTIONTIKOU TIALGIOU
ToUu yovidiou CFTR KOl TWV QVTIOTOLXWV OMLVOEEWV TOU. ZE OUTO EU@OVIETOL M
pHeT&AAaEN deltaF508 n omoia oeileTal og EAAELPN 3 VOUKAEOTLOLWV OTIO TO XPXLKO
DNA tou oAANAOLOP@OU (PUOLKOU TUTIOU. KOLT&{OVTOG TO TIXPOKATW OXNHO KL TOV
TPOX0 TWV KWOLKOVIWY OTH EVNUEPWTIKX QUAANGOLX, TTIPOBAEYTE v TO OivoEU oTn
B€on 507 Bax emnpexOTOV [IE OTIOLOVONTIOTE TPOTIO.
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OYANO EPTAZIAZ
-

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

Kat&Aoyog popUaKWV:

ELX-02/Bgpameia "ovayvwong" - TPOAYyEL TNV avayvwon Twv MRNAs ue
METOAAGEEL XWPLE VONUO, TIOXPOKAUTITOVING TA TIPOWPX KwILKOVIX ANEng Kol
ETLTPETIOVTNG TN OUVOEDT AELTOUPYLKWV TIPWTEIVWV TTAPOUG UNKOUG KOL TN OWOTH
METOPOPA LOVIWYV XAwpiou.

Ivacaftor/Bepameio pe "evioxutni" - CUVOEETOL PE TNV EAXTTWHUATIKN TIpWTEivn CFTR
OTNV KUTTOPLKT HEMPBPGVN Kol BonB& vo dlaxtnpnBouv avolyTol ot dicuAot YAwpiou.

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

« Orkambi- eumoplko @&pUoko TTou TepLexel lumacaftor ko ivacaftor.

AcBevic 1

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

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

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

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

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

J0¢ TTOXPATIEUPONKE EVOG VEOG XOOEVIIC UE CUNTITWHUOTH KUOTIKNG vwong. Met&
NV oAANAOUXLON TOU YOVIOLWLKTOG TOU 6XGBEVOUG, AVOKXAUTITETE OTL TO XTOMO PEPEL
OU0 JLPOPETIKEG LETOHAAKEELG 0TO Yovidlo CFTR. Evw 10 €vor ’AANAOOPPO TIEPLEXEL
N METXAAOEN N1303K, 10 &AA0 XAANAOLOP PO TIEPLEXEL TN METXANXEN G542X. ExovTag
KOTO VOU QUTEG TLG TIANPOWopieg, va TIPoPAEPETE v HLa Bepareia Le oUVOUNOUO
lumacaftor ko ivacaftor Bo NTaV EMOPKNG YL VO XVXKOUQIOEL TO EAXTTWUX TIOU
TIPOKOAELTOL OTTO TIG METXAAGEELG.

3T0 TEAOG TNG EPYAROLUNG NUEPNC OXC, OUVIARETE UL oUVTIOUN €KBeEON TOU Vo
ouvoyilel TNV EPYOOLO OXG OXETIKK ME TO TEAEUTOIO TIEPLOTATIKX KUGTLKNG ivwong,
OUUTTANPWVOVTOG TX KEVA TIOU 0tkoAouBouUv.

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

.............................. OTT0 KGBE aiaBEVT) ATTIOOVWONKE KOL UTIORANBNKE OFE ..eeeeeneereeeenneeee.
OLaAANAOUYXLEG TTOU KTTOK TN ONKOAV EUBUYPXUULOTN KAV LE Lo XAANAOUXLO YOVIOLWUATOG

QVOPOPAG  HE TO EPYOAEID...ciirireerrreeerreeenraeans , KOL TIPOCOLOPIOTNKE TO TIPOWIA
METOXAAGEEWV TOU YOVIOLWUXTOG KAXBE a0BEVOUC. ZTN) CUVEXELX, EVOIG YPY)YOPOG EAEYXOG
OTN BAOT OECOUEVWV eveeeeenrrrreeenrreeeeennnnen. OTOKGAUYPE TNV EMOPOOT TWV LETOHAAKEEWV
TOU 0XOOEVOUG OE ETITIEDO ..eevveeereereeeeeeeeeeennes KOL ETETPEYE TNV KATNYOPLOTIOMNON TNG
METXAACENG WG cevvrreeeerrreeeeenrreeeeennns Me Baon TIG JLXBECLUEG TIANPOPOPLEG OXETIKA LIE
TIG TILOOVEG BEPATIEUTIKEG ETILIAOVEG YIOX KADE ..ovvvveeeeerreeeeenrreeeennns , CUVTOYOoypOprOnke
N KOAUTEPT] cvvrerreereeerreereeennennns ylo K&Be aaBevn).
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OAHTI0x
-

NQ> NA XPHZIMOMNOIHZETE TO BLAS

« MetaBeite otn 6tevBuvon https://blast.ncbi.nlm.nih.gov/Blast.cgi koL eTAEETE
Nucleotide Blast.

« Avtiypayte KoL ETLKOAANI0TE OAN TNV 0cAAnAouyiat DNA amo tov AcBevn 1, padi pe
NV EMKEQOALdX TNG, 0Tn Ypouur Enter Query Sequence. AUTEG oL TIANPOWOopiES
oAAnAouyiog tapouactalovtal o< pop@r FASTA. To FASTA gival £vog TUTIOG LOPPNG
OPXELOU TIOU TIEPLEXEL TIANPOPOPLEG KOAOUBLOG PE L GUVTOUN TIEPLYPOPT) TIOU
dlokpiveTal amo to oupPBoio ">"

>Patient 1

CTAAAATTTCAGCAATGTTGTTTTTGACCAACTAAATAAATTGCATTT-
GAAATAATGGAGATGCAATGTTCAAAATTTCAACTGTGGTTAAAGCAATAGT- r;
GTGATATATGATTACATTAGAAGGAAGATGTGCCTTTCAAATTCAGATTGAG-
CATACTAAAAGTGACTCTCTAATTTTCTATTTTTGGTAATAGGACATCTC-
CAAGTTTGCAGAGAAAGACAATATAGTTCTTGGAGAAGGTGGAATCACACT-
GAGTGGAGATCAACGAGCAAGAATTTCTTTAGCAAGGTGAATAACTAAT-
TATTGGTCTAGCAAGCATTTGCTGTAAATGTCATTCATGTAAAAAAAT

Nnol yYNd

01Xno

T 9NOA3QOY
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OAHTI0x
-

ATIO TO QXVOTITUGOOWMEVO HeVOU otnv KopteAa Choose Search Set, emiAé€te Human
RefSeqGene sequences wg TN Poon dEDOUEVWV GOG, 1 OTIOLX TIEPLEXEL TLG TIPOTUTIEG
OXAANAOUXIEC QXVOQPOPAE TOU XVOPWIILVOU YOVIOLWUOTOG YIX KOAX XOXPOKTNPLOUEVO
yovidia. To POypaua avadntd va Bpel Tn 8€on tng cAAnAouyioag DNA Tou agBevoug
OTO YOVLIOLWMO KOL VO TNV GUYKPIVEL [UE TO TIPOTUTIO.

e AgV OTOLTOUVIOL TIEPAITEPW PUBUITELG.

N S I (IYSEABLASTH

embl.org/sepe
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OAHTI0x
-

MeT& amd Alyo xpovo avopovng, o BLAST Ba gu@ovioel To KTTOTEAECUATA TNG
EUBUYPAUMLONG TWV KKOAOUBLWYV OTIWG PAIVETOL TXPUKATW. TNV KapTéAa Descrip-
tions (MepLypa@eg) UTTEPXEL LOVO EVO OTIOTEAEC Q.

EmAé€Te TV KopTéAa Alignments (EuBuypappioelg) yio va Ogite Tnv euBuyp&ppLon
oAAnAouxtwv peTo&U Tou DNA Tou 0aBevoUg Kol TOU YOVIOLWHOTOG XVOPOPGG. Oo
EULPAVLIOTEL 1) THPAKATW ELKOVAL.

Mo mMop&dEypa, autny 1n euBuyp&upion Oixvel OTL 1 aAAnAouyic Tou AcBevoug 1
elval KXTd 99% TTAXVOUOLOTUTIN PE TNV 0AANAoUXIx avapopdg Tou yovidiou CFTR tou
Homo sapiens 0To XpwHoowuo 7 e 1 avavTioToLyion LETOEU Twv dUo aAAnAouxtwv. H
oAAnAouyia Tou AcBevoug 1 BplokeTal HETAEU TWV VOUKAgOTIOlwY 126762-127111
0TO YOVidlo urjkoug 257188 voukAeoTLOLWV.
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OAHTI0x
-

« T va evtomioete TNV aKPLPY BECN TNG AVOVTLOTOLXIOG METAEU TWV GXAANAOUXLWV
Tou AcBevoug KoL TwV 0AANAOUXLWV OVXPOPAG, CXPWOTE TNV eUBUYP&UULON.

(SHMEIOSH! Ta voukheotiSlo Tou Topladouv  PeTaEU Twv OUO O()\)\l’])\OUXL(bV\
ep@avidovtol wg VYOG E TTAUAX TTOU Tol GUVOEEL. EQv UTTaPXEL avavTLoTOLK O LETOEU
TWV VOUKAEOTLOLWYV, OV Ba elvail opatr) XUTH 1) TTUAGL. H OTTTIKI (VOTTOPXOTOOT) UTTOPEL
Vol XAAGEEL ETIAEYOVTOG ATTO TLG ETTAOYEG TIPOBOANG eUBUYPALONG. O apLlBog oTnv
XpX1 KOl 0TO TEAOG KABE VPO G AKOAOUBILaG axvTLTIpoowTTEUEL TN B€01 VOUKAEOTIOI0U

Gvréq TOU YOVIOLWHUATOG 1 TNG akoAouBiag artd tnv omoia tponABe to Turjua DNA. )

O

3TNV TEPIMTWON QUTH, 1] XAANAOUXIX EPWTINUOTOC EXEL Lo TTopaxAAoyr) G>A ot B€on
127023.

MW VOt CNUELWOETE TLG GUVTETXYHMEVEG TNG VOUKAEOTIOKNG TtpXAAYNG;

(SHMEIQZH! To avBpwTIVO Yovidiwpa gival €va BLOMOPLO TIOU OTmOTEAEITOL amd )
OloekaToppupLo {evyn Paocwv. ETOUEVWG, €LVl ONUOVTIKO VO XPNOLUOTIOLEITE
TN OWOTH OVOMXTOAOYiOt OTOV MIAGTE YLl TG OXKPLBELG GAAyEG OTLG OAANAOUYLES
€VOC YoVvIOioU TIOU 000G EVOLOPEPEL KOL YLK TO TIOU CUMPBXIVOUV QUTEG Ol OAAOYEG.
MPOKELUEVOU VO TIPOCGOLOPLOOUE KOL VO ETILKOLVWVIOOUE CWOTA TLG CUVIETXYUEVES
TOU YOVIOLWHUOTOG OTIOU UTTOPOUME VOl OOUUE OLOPOPEG, XPNOLUOTIOOUUE TN OLEBVwG
QVOXYVWPLOUEVN ovouoToAoyioe tn¢ Human Genome Mutation Society yiox va
Qsptvpc’xtpouus TIG METABOAEG oTLC aAAnAouyieg Tou DNA, Tou RNA Kol Twv npwrs’[vd)vy
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« AKOAOUBNOTE TNV MOPAKATW CUVTHEN YL VO OVOUKOETE CWOTX TN METXAAGEN TNG
oAAnAouxiag kol T B€om TNG. AUTO ELVOL TIPOLIOLO LLE TN YPOPT) TOU OVOUKTOG LOG
ToToBe0ing o€ EVal CUOTNUX TTAOIYNONG.

Mo oAAnAouxieg HE QVTIKATHOTOON €VOG VOUKA£oTLdioU, Bax okoAouBrjcoupe tnv
TIOXPOKATW CUVTAEN:

3T0 TOPAOELYUA HOG, XVAYVWPLOTIKO akoAouBiag 17 Sequence identifier (ID) sivau
70 NG_016465.4 (BA. To tponyoupevo amotéAeoua BLAST). To NG onpuoivel eAATING
yovidlwpaTikh Ttepoxn (incomplete genomic region). AAoOL KwOLKolL TTou pTtopouv
VO TIOXPOTINPENBOUV OTA XvVOyVWPLOTIKG okoAouBiag (sequence IDs) eivat to NM yix
"MmRNA" kot To NC yLot TTAN)pn YOVIOLWUOTLKG LopLa (complete genomic molecule).

O tUmog ouvteTtayuEVwY 1) coordinate type ovo@EpeTol oTOV TUTO TOU HOpPiou.
MXPOKATW KVOPEPOVTAL OL ATTOOEKTOL TUTIOL CUVTETOYUEVWV:

Kwdikog TUToG popiou Kwdkog Tirmog popiou
c coding DNA — aAAnAouyia o circular genomic — aAAnAouyia
QVOPOPAG KwdlkoU DNA QVOPOPAG KUKALKOU

YOVIOLWHUOTOG

g linear genomic — cAAnAouyia p protein — aAAnAouxio avopop&g
OVOPOPAG YPOUULKOU TPpWTEivng
YOVIOLWHUOTOG

m mitochondrial DNA — aAAnAouyiat | r RNA — aAAnAouyio avopop &g
QVOPOPAG LTOXoVOpLokoU DNA RNA (petéypopo)
n non-coding DNA — aAAnAouyia

QVOPOPAC N KwOLlkoU DNA

210 TTPAOELY LA LOG, O TUTIOG CUVTETOYEVWYV 1] coordinate type eivoat g yio ackoAouBia
AVOPOPAE YPUULKOU YOVIOLWUATOG.
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H B¢on 1 position avo@epeTol 0To ONUEIO OTIOU €vTOTiONTE TN UETGXAAXEN OTNnV
XAANAOUXIO XVOXPOPAG. ZTO TTAPAOELYHA MG, TO XAAXYUEVO VOUKAEOTIOWO BplokeToL
otn 6éon 127023.

H aAAnAouyia ava@op&g 1 reference sequence ava(QEPETOL OTO VOUKAEOTIOLO TOU
YOVIOLWHUATOG XVAPOPAG TIOU EXEL AAAKEEL, TO OTIOL0 OTO TTAPAXOELY UK HOG Elvot TO G.

H evaAAakTikny oAAnAouyia 1) alternate sequence avoQEPETAOL OTO VOUKAEOTLOLO TTOU
Oev Tapl&del oTnV 0AANAOUXIOX EPWTNUATOC, TO OTIOL0 OTO TTAPAOELY U UG ElvoiL TO A.

NG_016465.4 : g . 127023 G >

A

JUVETIWG, N OWOTH OUVTOEN YL TN CUYKEKPLUEVN VOUKAEOTLOLKN TTapaAAayn Elval
NG_016465.4:.127023G>A.

« EMavoA&KBETE TO IOLO B LOTA YLX VO OVOUKOETE TLG LETOHAAKEELG TWV GAAWV XOBEVWIV.
To OVOUOTO XUTK ELvaiL DLEBVWCG OVOYVWPLOUEVX KOL UTTOPOUV Vo aiva{ntnBouv 0To
opxetio Clinvar.

(s )

SHMEIQZH! OL koavoveg oUVIGENG ToU okoAouBeite omoTeAoUV WEPOG TNG
ovopotoAoyiag HGVS, n omoia eival €va OlEBVWG aXVOYVWPLOUEVO TIPOTUTIO YLK
™V TepLypa@n HeToAAGEewv o ocAAnlouyieg popiwv DNA, RNA Kol TPWTEIVIKWV.
Emioke@Oeite Tov LoTOTOTO 0T dLtevBuvon "https://hgvs-nomenclature.org/stable/"
YIX VO HOBETE MW UTTOPELITE VO XPNOLUOTIOLEITE OWOTY YAWOOX YLX GAAOUG TUTIOUG

Q)()\)\ocy(bv otV aAAnAouyio Tou DNA. )

43

embl.org/sepe



https://hgvs-nomenclature.org/stable/

EMBL Science Education and Public Engagement

OAHTI0x
D

NQz NA XPHZIMOMNOIHZETE TO CLINVAR

« Metafeite otn dievBuvon https:/www.ncbi.nlm.nih.gov/clinvar/.
» Ewohyete 10 Ovoua TNG MOXPOAAXYNG [LE TN OWOTH oUVIAEN 0TO TTAXiOL0
avadntnong kot tatriote Search (Avadiitnon).
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« A@oU avadnTNoETE TNV TXPUAAXYT) COG OTO XPXELD, O EUPAVIOTEL 1) TTXPOUKATW
OEADN. AEITE TOX OXOALX YLOX OXETLKEG TIANPOWOPLEG.

( )% AUTH) 1] VOUKAEOTISLKN

apaAAayr) ivat
TaBoyovog Ko oxeTi{eETO
ME TNV KUOTLKY] ivwon.

'Onwg evrontiotnke oto BLAST,
T(POKELTAL YLOX ML TTXPOXAA T
( )] 5 €VOC VOUKAgoTLOi0U

MpodcBetn olvtadn

TIOU QVOIPEPETAL OTNV
idLx topoxAAoxyr) o€
OLOPOPETIKEG KOTNYOPiEg
oAAnAouxLwY, OTIWG TO
mRNA (NM).

() 0 xapokTnpLopég G551D oNUAiVEL OTL T VOUKAEOTISIKT
rtapoAAayn) 126023 G>A odnyei oe oAAayr) otvoEEog
oo G (yAukivn) og D (xomopayivn) oto 5510 optvo€l g
TPWTEIVNG TTOU KWOLKOTIOLEL.

embl.org/sepe
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AAMNAOpOpwo: Evor oAANAOMOP®O EiVOlL UL CUYKEKPLMEVN €KOOXN 1 METAAAGEN
€VOG yovidiou. Mo TTop&IELY O, TO YOVIOLO YL TO XPWHO TWV UXTLWOV UTTOPEL VO EXEL
OLOPOPETLIKR XAANAOOP QX TIOU KWOLKOTIOLOUV TO KO(PE, TO UTTAE 1) TO TIPROLVO XPWUA.

Avootpopn: H avootpo@n sivol £vag TUTOG METKAAXENG OTIOU €val TUNMO TNG
oAAnAouyxiog Tou DNA avTtioTpEpeTtal. Eivol oav va dtaBadelg pio AEEN avarmoda.

AVTIKOXTHOTOON: H OVTIKATAOTOON Elvail €Vog TUTTOG METAAAGENG TTIOU OVTLKOBLOTA
EVOX YPAUMO 1) Mo Baomn otnv aAAnAouyio tou DNA pe €va GAAo. Eival oav voo cAAGleTe
EVX YPXUUX OE P AEEN pE Eva &AAO.

Fevetikn omotumwon (DNA fingerprinting): H yeveTikny omotUMwon Esivol X
OLOOLKOOLX |LE TNV OTIOLX OL ETILOTHLOVEG CUYKpPivouv To LOTiBa aAAnAouyiog DNA twv
XTOMWY, XPOU TIPWTO T KTTELKOVICOUV IE NAEKTPOPOPNOT OE TNKTWUX, E OKOTIO VX
To dLakpivouv PETOEU TouG. AKPLBWG OTMWG TA OOKTUALKG UOG XTTOTUTIWMOTX, K&OE
XTOMO E€XEL MLX UOVOOLKY) YEVETLKY] OUOTOON TIOU TO OloXwpPL{El OO TOV UTIOAOLTIO
TANBUONO (EKTOG ATTO TOUG TIAVOOLOTUTIOUG dLdUOUG). OTIwE N OUYKPLOT) DXKTUALKWV
QTOTUTIWUARTWY O€ HLX OKNVT| EYKANUOTOC, £TOL KOL 1] YEVETLKI) XTIOTUTIWOT) UTIOPEL VO
BonBnoeL Toug EMLOTHOVEG Vo axvTloTolXioouv To DNA 0 GTOMX 1) VO VY VWPLoouV
XTOMX E OUYKEKPLUEVEG AOBEVELEG.

Fovidiakn €kpoaon: H SLaOLKOOLO |LE TNV OTIOLX OL TTANPOPOPLEG TIOU KWOLKOTIOLOUVTAL
og €vol YOVIOLO XPNOLUOTIOLOUVTIAL YL Tn oUvBeon €vog AELToupylkoU YovidLokou
TIPOLOVTOG, OTIWG ULX TIPWTELVN 1) Eval U KwOLkO RNA. MepAaUBAVEL TN HETXYPXPT) TOU
yovidiou og aryyeAlowopo RNA (mRNA) amod tnv RNA moAupepdon, ockoAouBoupevn
oo TN HETA@Poon Tou MRNA o€ TIpwTEivN 1) TN AtToupyia Tou pn kwdikou RNA.

Fovidlo: To yovidlo sival o SLakpLTr) cAANAOUXic VOUKAEOTIOiwV 1 OTIOLX CUVLOTK
MEPOC EVOG XPWHOOWHUNTOC KOL XPNOLUEUEL WG TUNua DNA Tou petapepel odnyieg
YLX TNV oVATITUEN KO TN AELITOUPYIX TwV {WVTOVWV 0pYoaVIopwY. Ta yovidio tailouv
KOBOPLOTIKO POAO OTOV KOBOPLOO JLXPOPWV XOPAKTINPLOTIKWY 1) YVWPLOUXTWY, OTIWG
TO XPWHO TWV HATLWYV, TO UPOG KoL N EUaLoBnoia o€ oplopEVESG HOBEVELEC.

Fovidiwpa: To yovidiwpa gival To TANPEG GUVOAO TOU YEVETIKOU UALKOU (DNA) evog
opyaviopou. MeptAapufavel OAX T YOVIOLX KOL TIG U1 KWOLKOTIONTIKEG TIEPLOXEG TIOU
OUVBETOUV OAOKANPO TO YEVETLKO OXEDLO EVOC OPYAVLOOU.

AUTAGOLOGMOG: O JMAXCLOOUOG EivVal EVAG TUTIOG METXAAGENG OTIOU €Val TUNMO TOU
DNA JUnmAaoL&LETOL, UE XTTOTEAECUX EVO ETILTTAEOV QVTLYPOXPO XUTNG TNG YEVETLKNG
TANPoYopPLaG. Elvol ooV vor £XOUHE MLX ETOXVOAXUBAVOUEVN PPAOT) OE ULX TIPOTOOT).

‘EKKpLloN TPWTEIVWV: H €KKplon TPWTEIVWV ival 1 JLaOLKOGI PE TNV oToia Tol
KUTTOPO arreAeuBepwvouy 1) e§dyouv TTPWTEIVEG 0TO EEWKUTTUPLKO TIEPLBAAAOV 1) OF
OUYKEKPLUEVO OPYOVIOLX EVTOC TOU KUTTAPOU. H SLadilkaoior ouTr) €ivail amapaitnTn
Yyl TIOAAEG PBLOAOYLKEG AELTOUPYIEG, OUUTIEPIAXUPBOVOUEVNG TNG  ETILKOLVWVIXG
METOEU TWV KUTTAPWY, TNG OLXTHPNONG TNG KUTTOPLKNG OOUNG KoL TNG pUBULONG TWV
(PUGLOAOYIKWV OLepYOOLWV. ALodpaaTilel {wTIKO pOA0 0TN DL GEALOT TNG TTOP&DOONG
TWV TIPWTEIVWV O0TOUCG TIPOPRAETIOPEVOUC TIPOOPLOUOUG TOUG, CUUBXAAOVTIOG £TOL OTO
OUVOALKO GUVTOVLOMO KOL TN AELTOUPYLKOTNTX TWV KUTTXPLKWY dPUOTNPLOTHTWV.
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‘EAswpn: H €AAeldn sival €vag TUTTOG LETHAAXENG OTTIOU £V KOUUATL TIANPOWPOPING
XXVETOL 1) LETOKLVELTOL €K VEOU TTO TNV 0AAnAouyici Tou DNA. Eivail oo va atpeitoi
EVO YPXUUX OXTTO HLot AEEN.

Efwvio: Tunuo evog popiou DNA TOU KWOLKOTIOLEL £VO GUYKEKPLUEVO TUNMO LG
mpwteivng. Ta yovidla amoteAouvToLl amo €Ewvia Kol eowvia. T efwvia gival T
TUNUOTO TOU Yovidiou Tou petoypd@ovtol o€ MRNA (ayyeAla@opo RNA) Kol TEALKK
METOWPPAIOVTAL OE TIPWTELVN.

Etepoluyog: AVO(PEPETHL OTO XTOUO TIOU £XEL dUO JLXPOPETIKA XAANAOUOPPO VIO
€VOl OUYKEKPLUEVO YOVidlo. AUTO onuaivel O0TL To dUO avTiypa@a Tou yovidiou Tou
AoUBAavVEL a0 KOBE YOVEX €ivol OLXPOPETLIKA. MO TOPAIELYUX, €XV EVH KTOMO
KANPOVOUEL Vol ETIIKPATEG XAANAOUOPPO KL EVOX UTTIOAELTTIOPEVO OAANAOUHOP®@O (Ac)
YLt EVOX CUYKEKPLUEVO XOXPOKTNPLOTLKO, AELE OTL ElvaL ETEPOJUYO YL TO OCUYKEKPLUEVO
XOPOKTNPLOTLKO.

Kevtpiko doypo: To KEVIPLKO OOYIO TNG MOPLOKTG BLOAOYLOIG TIOU TTEPLYPAPEL TN POT| TNG
YEVETIKNG TTANPOQOPLOG HECK OE EVAX BLOAOYLKO CUOTNHO. ANAWVEL OTL OL TIANPOWYOPLES
oto DNA petaypa@ovtaloe RNA ko 0T ouveEXeLo To RNA HETaPAETOL OE TIPWTEIVEG.
Autn n dladikaoia ivol BEUEALONG YIX TO TIWG EKPPALETAL KL XPNOLULOTIOLEITAL 1
YEVETIKN TTANPOYOopLa 0TOUG {WwVIXVOUG OPYXVIOUOUG.

Mstaypopr): H HETOYPO@N €ivail 1 KUTTOPLKY OlodLlKooiot JE Tnv omoiot ot
KWOLKOTIOLNMEVEG YEVETIKEG TTANPOWOPLEG TOU DNA HETXYPAPOVTXL, 1) AVILYPAQOVTXL,
0€ VO CUUTIANPWHOTLKO HopLto RNA. AuTto To poplo RNA XpnolpeUEL wG TIPOCWPLVO
QVTLYPO(PO CUYKEKPLUEVWV YEVETIKWV 0ONYLWYV, TIOU TOU ETILTPETIETAL VO EYKXTOXAELYPEL
TOV TIUPTVO KOL VO ELOEADEL OTO KUTTOPOTIANCUX YLK TIEPULTEPW ETEEEPYATLAL.

MeTO@Oop& TPWTEIVWV: H LETXPOPX TIPWTEIVWV EIVOL O KUTTAPLKOG UNXXVLIOUOG TIOU
elva UTTEUBUVOC YLX TN HETOKIVNOT TWV VEOCUVTLOEUEVWV TIPWTEIVWV OE CUYKEKPLUEVO
KUTTOPLKG JlapepiopaTa 17 opyovidiax. A@oUu ouvieBouv oL TPWTEIVEG, TPETEL VX
(PTAOOUV OTIC KOBopLOopEVEG BECELC TOUG HECH OTO KUTTOPO YLX VX ETILITEAECOUV
TIC AElToUpyleg Toug. H dlakivnon mpwieivwv e€ao@alilel TRV akpLPn map&doon
TWV TPWTEIVOV KoL CUUBAXAAEL OTNV OPYGVWOT KOL TNV XMOTEAECUATIKOTNTH TWV
KUTTOPLKWV OLOOLKOOLWV.

Metapoon: H HETAEPOON EMETAL TNG METOYPUPNG KL gival N dLadikaoior P TNV
oToix 1 HETOPEPOUEVN amtd To RNA TTANpo@opiar XPNOLUOTIOLEITOL YIx TN oUvBeon
mpwteivwy. T pipoowpata dioBdlouv Tnv oAAnlouyioc tou RNA ovd TPLMAETO
VOUKAEOTIOIWV (KWOLKOVLO) KOL OXVTLOTOLXOUV KXOE KWOLKOVIO OE €VOl GUYKEKPLUEVO
OXMLVOEU. AUTO 0ONYEL OTNV KOTAOKEUN MLOG OXAUGIOOG OXULVOEEWY TTOU OXNMATILEL UL
TPWTELVN.

OnoZuyog: AVOPEPETOL OTO KTOMO TIOU E€XEL dUO TIOKVOMOLOTUTION GAANAGLOPPO YIXX
EVO OUYKEKPLUEVO YOVidL0. Mg ammA& AOyLa, KoL Tt OUO aVTiypa@a Tou yovidiou Tou
KAnpovououvTtal omd K&Be yovex eivol tor idlo. Mo TOXPAIELYUX, EXV VX KGTOMO
KANPOVOUEL dUO TKPATOUVTH 0AANAGLOp@a (AA) 1) dUO UTTOAELTIOPEVO GXAANAOOP O
(o) YL €VOX OUYKEKPLUEVO XOXPOKTINPLOTIKO, TOTE AEUE OTL €ival opoluyo YL TO
OUYKEKPLUEVO XOPAKTNPLOTLKO.
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MpooBnkn: H Tipoadnkn givat £vag TUTOG HETAAAXENG TTOU TIPOCOETEL Eva ETILTIAEOV
KOUUGTL TIANpowopiag otnv aAAnlouxio Tou DNA. Eival oav va TIPOCBETOUNE Eva
ETUTTAEOV YPAUUX OE Lo AEEN.

Duoikog TUToG: MPOKELTAL Lo TN (PUGLOAOYLKT EKSOXT) EVOG YoVLdiou 1) cAAnAoudp@ou,

1 OOl CUVIBWE AMAVTATAL TNV TTAELOVOTNTA TWV KTOUWYV VOGS TIANBUGCOU, KoL OV
OUVOEETOL e LETOAAGEELG 1) v oAieg TTou Bax GAA{axv TN AELToupyio Tou.
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OYAAO ANANTHZEQN
D

APAZTHPIOTHTA 1

E€etdiote oe k&Be otnAn, Tiq {wveg DNA TOU QVTITPOCWTEUOUV YOVIDLOKK
TUNHOTO oo £EL DLXPOPETIKE EUPpuc. MPoadLopioTe Kol CNUELWOTE KAOE 0THAN WG
efnge:

» Inuewwote "CC" otig oTNAEG oo EUPpua e opdluyo yovidlo CFTR uaLkou TUTIOU.

e Inuewwote "Cc" otig otnAeg amod EuPpua pe eTepoluyo yovidio CFTR.

» Inuewwote "cc" ot oTNAEG oo EUPpua e opoluyo yovidio CFTR mou @Epouv T
pETGAAEN delF508.

cC cC cC Cc Cc cc

155 bp

150 bp

EEnynote yioti to €pPpua 4 kot 5 eivot amiBovo vor avammtugouv KUGTLKY [vwon.

KoBwg 1 KUGTLKY ivwon €vVal Lol XUTOCWULKT UTTOAELTIOUEVN YEVETLKT OLOTOPOYXT),
N vVOOOC EKONAWVETOL HOVO OTOV UETXAAKOOOVTIOL KOL TX OUO OAANAOHOpPX
YOVIOLX (VO oTtO TN UNTEPX KAL VX XTTO TOV TIHTEPX). TXx XTOMK 4 KoL 5 €X0UV Eva
aTto T XAANAOHOP QG TOUG LETOAAYLEVO, EVW TO GKAAO ElvaiL QUOLKOU TUTIOU, OTIWG
QEAIVETOL OTTO TLG OUO JLOKPLTEG {WVEG OTO MNKTWUX — 1N KATW ELVOL TO KT 3 BAOELG
(bp) UIKPOTEPO UETOAAXYUEVO OAANAOUOPPO KOl N TIAVW £ival To aAANAOHOPPO
(UOLKOU TUTIOU, TO OTIolo £xeL UNkog 154 bp. Acdopévou OTL £va AELTOUPYLKO
OXAANAOLOP QPO Eival LKOVO vV TTXP&EEL ApKETN AELTOUpPYLKN TTPwTEivn CFTR ylx v
eEXOQAALOEL TN HETAPOPX LOVTWV XAWPLOU KoL TNV TTapaywyn PAEVVOC, oL X0BEVEIG
4 ko 5 gival amiBovo vo avamtugouv KUOTLKY tvwaon).
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APAZXTHPIOTHTA 2

Xpnotuotowote To BLAST (Basic Local Alignment Search Tool) yix va e€etdioete
TG 0AAnAouyie¢ DNA Twv TpLwV aoBeVwV e KUOTLKT (VWOon TTou okoOAOUBOUV Kol Vol
TPoodlopioeTe MOLX LETGHAANEN PEPOUV.

AcBevng 1

©¢on ™G METGAAAAENG Kol AAatyr) VOUKAEOTLOoU: 127023G>A

TUTOG: OVTLKOTXOTOON

‘Ovoux LETGHAANNENG CUMPWVX LE TOUG KAXVOVEG OUVTOENG: NG_016465.4:8.127023G>A

AcBevng 2

0€on ™G LETAAAAENG Kot oA oyT) VOUKAEOTIOou: 126995G>T

TUTIOG: OVTLKOTROTOON

‘Ovoua LETHAAAENG CULQWVA [IE TOUG KOVOVEG oUVTOENG: NG_016465.4:¢.126995G>T

AcBsviic 3

©€0n ™G METAANXENG Kol lAAatyr) VOUKAEOTLOloU: 192094C>G

TUTIOG: OVTLKOTROTOON

‘Ovouo LETHAAXENG CUMPWVA JLE TOUG KOVOVEG oUVTAENG: NG_016465.4:8.192094C>G

ALEPEUVNOTE TIG ETIMTTWOELG TWV LETOXAAGEEWV pE TN Xprion Tou ClinVar.

AcBevng 1
AvtikoTaoTtoon apvo&€og: G551D (Gly551Asp)
MNaxBoyovo: No

AcBswiig 2
AvTikataoToon opvogeog: G542* (Gly542Ter)
MoBoyodvo: No

AcBsvnic 3

Avtikoataotoon apvogeog: N1303K (Asnl1303Lys)
MaBoyovo: Nat
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APAZTHPIOTHTA 3

Avatpé€te otov MINAKA 1 Tou evneEPWTLKOU QUAAXGLOU YL TNV KUOTLKY) ivwon,
otmou Ba Bpeite TANPOWOPLEG OXETLKA LE TIG HETHAAGEELG TTOU OXETI{OVTOL LE TN VOOO
KOIL TOV TPOTIO HE TOV OToi0 €MNPe&{OUV TIG KUTTOPLKEG OLEPYOIOLEG. 2T OUVEXELX
OTOVINOTE OTLG EPWTICELG TIOU 0KOAOUBOUV.

MpocdLlopioTe KoL KATOXWPLOTE OTOV TIVOKX TIOLX KXTNYOPLio LETXAAXENG avTLoTOLXEL
o€ Tolov oioBevn.

Kotnyopia Kotnyopia 1 Kotnyopio 2 Katnyopia 3
KUOTIKNG ivwong

MetaAAaén oc 126995 G>T 192094 C>G 127023 G>A
eninedo DNA

AcBsvng pe AcBevng 2 AcBevn¢ 3 AcBevng 1

KUGTLKI] ivwon

Avatpé€te Eava 0TOV TIIVOKO KL EENYNOTE TIOLEG OTIO TIG KUTTOPLKEG OLEPYOOLES
TIOU OXVO(PEPOVTOL OTO TIOPAKATW TTAXICLO Eivoil SLATAPOYUEVEG OTOUG EEETO{OEVOUG
oloBeveic.

Metaypor), Meth@poaon, METRQPOP& TPWTEIVWV, METHWPOPX LOVTWYV XAwpiou

AcBevng 1

H petdAAa&n aviikat&otaong PBaong omo youavivn oe adevivn oto DNA Tou
AcBevouc 1 o0nyEL OTNV AVILKATROTARON EVOG XULVOEEDC OTtO Ve GAAO. H HETXANEN
Oev emnpe&del TN (QUOLOAOYLKN] HETOYPOQEN KOL PETXQPOON TNG TPWTEIVNG 1 N
METXPOPX TNG OTN HEUPPEVN. QOTOCO, N LETAAAXEN TTHPEUPRAIVEL OTNV LKAVOTNT TNG
TIPWTEIVNG VO OXVOLYEL CWOTH, EMNPEX{OVING £TOL TN METOPOPX LOVIWV XAwPLoU TTPog
TNV EMPAVELX TOU KUTTEPOU.

AcBsviig 2

H HETXANOEN OVTIKXTAOTOONG BAONE TNG youavivng og Bupivn oto DNA tou AcBevoug 2
OnpLoupyei evampowpo kwdikovio AnEngoto mRNATou CFTR, TTpOKXAWVTOG TN OLXKOTIT)
NG METXPPAONG TNG TIPWTEIVNG TIPLV aTtd TNV OAOKANPWONG TNG A} poUg cUVBeDN NG,
UE OTTOTEAEOUO VO TIOPOXOEL EVOL LLKPOTEPO TIPWTEIVIKO TIPOIOV. SNUELWVETAL, TIWE EVO
OUCTNUO ETILTHPNONG OTO KUTTOPO EXEL TN OUVOTOTNTO VX EVTOTIL{EL KL VO KTTOLKOJOMEL
TE€TOLx MRNA g TIPOWP X KWOLKOVLX ANENG, ATTOTPETOVTNG TN METXPPOOT Tou MRNA.
SUVETIWG, N LETRPPOOT TNG TTPWTEIVNG CFTR deV OAOKANPWVETAL ETILTUXWG. AedOUEVOU
OTL UTIGPXEL EAGXLOTN £WC KaBOAou mpwteivy CFTR OTnv KUTTOPLKY MEURPGVN, N
METXPOPX LOVIWYV TIPOG TO EEWTEPLKO TOU KUTTAPOU JOTAPXOOCETAL.

AcBsviic 3

H petdAAaEn avIlkatdotaong B&ong TN KUToaivng og youovivn oto DNA outou tou
00BEVOUG EXEL WG TMOTEAECUX TNV KVTIKXTAOTOOY €VOG OULVOEEDG IO £val GAAO,
0dNYWVTNG 0€ QLAXTOPAXT] TNG TIPWTEIVLKNG XVAXOLTTAWONG OTO XWPO KoL TNG AELTOUPYLOG
NG WG KOVAAL HETOQOPAE LOVIWV. H EAXTTWHATIKY ovaOITAWGON NG TPWTEIVNG
EUTIOOLEL TN HETAWOPX TNG TTPWTEIVNG TIPOG TNV KUTTAPLKN HEUBPAVN, ETNPe&{oVTOG
€TOL KOL TN METOPOPK LOVTIWYV TIPOC TO EEWTEPLKO TOU KUTTAPOU.
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MoXPOKATW TTAPOUCLE{OVTIOL XVILTTPOCWTIEUTIKA KUTTXPX OTTO VX UYLEG XTOLO KOl
GTOMX UE KUOTLKN [vwon. E&eTdote TNV €MidPOON TIOU £XOUV OPLOPEVEG METOAAKEELG
OTNV TOPOYWYT) TNG TPWTEIVNG CFTR KOL VTLOTOLYXIOTE TOl KUTTOPX IE TOUG 0aBEVEig
TIOU TLG (PEPOUV.

MXPOKATW TTOXPOUCLALETOL OXNUATIKA EVO TN TOU KWOLKOTIOLNTLKOU TIAXLOLOU
Tou yovidiou CFTR KOL TWV QVTIOTOLXWV OULVOEEWV TOU. X€ QUTO EUQPAVI(ETOL N
pueT&AAaEn deltaF508 n omoia oeileTal og EAAeLPN 3 VOUKAEOTLOIWV OTIO TO XPXLKO
DNA tou oAANAOMOP@OU (PUGLKOU TUTIOU. KOLTG{OVTOG TO TIPOKATW OXNHO KOL TOV
TPOXO TWV KWOLKOVIWV OTO EVNUEPWTIKA QUAAGDLX, TIPOBAEYTE av TO auvofU otn
B€on 507 B eMnpeaOTOV [IE OTIOLOVONTIOTE TPOTIO.

Metd v EAAELPN NG VOUKAEOTLOKNG TPLMAETOG CTT amo TNV KWOLKOTIOLOUGK
TLEPLOXT, O YEVETIKOGKWOLKOG (TTT) yLatn @otvulodavivn (F) xavetar/dlatapiooeTal
EUTODIOVTIOG TN HETAYPAPY) KOL TN METAPPXRON KUTNG TNG TTANPOYopiag. Auth n
OLOypaPr) TPLWV VOUKAEOTLOLWV 0dNyEL eiong o€ dxAAoy1) TOU YEVETIKOU KWILKA YL
TO o(pLvo&U otn B€on 507. MeTd TN dLarypopr) Tou Kwdikoviou CTT, To kwdikovio ACT
YLX TNV LooAguKivn aAAaillel o ATT. QO0TOC0, UTO TO KWOLKOVLO KWOLKOTIOLEL ETTILONG
TO (010 OLVOEU, ATMOTPETIOVTHG TNV ATIWAELX TIANPOQPOPLWYV YLX TNV LOOAEUKIVN 0TN
B€on 507.
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M'vwpildovtag TNV eMidPOON TIOU €XOUV OL OLaWOopeG METOHAAGEELS Tou CFTR otnv
TPWTEIVN, TPoodLopPioTE TIC TILOAVEG BEPATIEUTIKEG ETILAOYEG OTIO TOV TIOPOKATW
KOTXAOYO TToU €ivail oL TTAEOV KATXAANAEG YL K&KBe cxaBevr). EENYNOTE TO OKETTLKO OC.

KoT&Aoyog QopuaKwY:

ELX-02/Bepameia "avayvwong" — TPOAyeL TNV oavayvwon Twv mMRNAs pe
METOAAGEELG XWPIC VONUX, TIHPOKAUTITOVIONG TO TIPOWPN KWILKOVIX ANENG Kol
ETILTPETIOVTHG TN OUVOEDT AELITOUPYLKWV TIPWTEIVWV TIA)POUG UIIKOUG KAL TN 0WOTH
METXPOPX LOVTWV XAwpiou.

Ivacaftor/Bepameia pe "evioxutn" - GUVOEETOL E TNV EAXTTWHUATLKN TPWTEIVN CFTR
OTNV KUTTOPLKT HepBpavn Kol BonB& va dtaxtnpnBouv avolytol ot diauloL YAwpiou.

Lumacaftor/Bepameia "dlopBwtry" - PBonb& TIC AXVOXOUEVO OVODLTTAWUEVEG
TIPWTEIVEG VO XTTOKTNOOUV T GWOTH TOUG Hop®n.

« Orkambi- eumopiko6 @&puako Ttou TepLexel lumacaftor kot ivacaftor.

AcBeviic 1

O AcBevng 1 pepeL piot LETXAAGEN TTOU EUTTODILEL TO OWOTO AVOLYUX TNG TTPWTEIVNG-
OLOXUAOU, OONYWVTOG OE MELWMEVN UETOPOPA LOVTIWV XAwpPLioUu PMECW OUTNG. AUTO TO
EAATTWUO OTN AELTOUpPYiOt TNG TPWTEIVNG Umopel vor aBAUVBEL pe T xprjon evog
POPUGEKOU TTou BonBd& TNV MPWTEIVN va SLATNPEL TO KAVAAL TWV LOVIWV XAwpiou
QVOLXTO. Z€ QUTH TNV TEPLTITWON, N Bepameio Bax rTorv duvatr e ivacaftor.

AcBevng 2

O AoBevng 2 @epel Pt PETGAAGEN TIOU 0dNYEL OTO OXNUOTIONO €VOC TIPOWPOU
kwdlkoviou AN&ng oto mRNA tou CFTR. Auto eumodilel tn petd@poon tou mMRNA
Tou CFTR o€ MPWTEIVIKO TIPOLOV TAIPOUG UNKOUG. Mo TNV avTLoT&OuLIon autou Tou
KUTTOPLKOU EAAEIPMOTOC, ULl TIpooEyylon "avayvwong" pe To okelvoopo ELX-02
OUVLOTATOL 0TN BEpaTeia xUTOU TOU xaBevouc.

AcBevng 3

AuTOC 0 oBeviic EPEL UL UETGAAXEN TIOU TIPOKOAEL TNV OVTLKXTOOTXON EVOG
opLVOEEDG, N omoiax 00nyel og AavBoopEvn avadimiwon tng mpwieivng CFTR Ko
OKOTOAANAN A€LToupyiot TOU SLUAOU LOVTWYV. Mo TN Bepameia Twv aoBeVWV LE aUTN
™ METXAAGEN, Bo XPELalOTAV EVOl UELYMOX QOPUOKEUTIKWY OKEUXOUATWY, TIOU B
EMETPETE TPWTOV, TN OWOTN ovadimAwon NG MOAUTIEMTIOWKNG alucidag CFTR ko
OeUTEPOV - HOALG N TTIPWTEIVN OTAOEL OTNV KUTTOPLKN LEUPPAVN - TNV JLXTHPNON TNG
opBNn¢ Acttoupyiag Tou dlaxUAou. Q¢ €k ToUTOU, UL aywyn pe lumacaftor ko ivacaftor
(Orkambi) Bo uopouace va xpnotpoTolnOei yio T Bepareia auTOU TOoU cxaBevoug.
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m 200G TTXPATIEMPONKE EVOG VEOG AOOEVNC UE CUUTITWHOTO KUCTLKNG lvwong. MeT&
TNV XAANAOUXLON TOU YOVLOLWHATOG TOU 0l0BEVOUG, XVOKOXAUTITETE OTL TO XTOMO (PEPEL
OU0 JLapopeTIkEG HETOAAGEELG 0TO YoVvidlo CFTR. Evw TO €va ’AANAOLOP@O TTEPLEXEL
™ HETXAAXEN N1303K, 10 &AAO XAANAOLOP O TIEPLEXEL TN METXANXEN G542X. ExovTag
KOTX VOU QIUTEG TIG TIANPOWOPILEG, va TIPOPAEPETE €&V HLX BEPATIEIX UE CUVOUNOUO
lumacaftor kot ivacaftor Ba NTaV EMOPKNAG VIO VO VOKOU@IOEL TO EAGTTWUO TIOU
TIPOKOXAELTOL OTTO TIG METXAAGEELG.

Av kot 1o lumacaftor pumopei va BonBnoel otnv emidiopbwon Twv AavOxouEva
OVOILTTAWMEVWV TIPWTEIVWYV TTOU dnuLoupyouvTal omd TN HETOAAXEN N1303K Kol
To ivacaftor dLXTNPEL TOUG AXVOLKTOUG TOUG dLOXUAOUG LOVTIWYV XAwpPLou, N TXPAYwWY)
™¢ CFTR ot eminedo petdppoong amod to MRNA Ba efakoAouBrjoel va ival
MELWUEVN. EKTOC OTTO UTA T OUO POPUXKEUTLKX OKEUXOUXTX, YLO VOl OLlopBwBouv
Ol KUTTOPLKEG OlEpydoieg TOU dlaXTopXooovVTaL OO TIG dUo MeTaAAGEelg, Ba
XPELXOTOV EVAX ETILTTIAEOV OKEVXOUX, OTIWG 1 ELX-02 1rou Bax eumodLle Tov powpo
TEPUATLOMO TNG METEPPAONG TNG MPWTEIVNG CFTR kol Bax fonBouoe oTnv mapaywyn
meploootepng CFTR.

3T0 TEAOG NG EPYAXOLUNG NUEPOC OKCG, OUVIAXETE ULt GUVTOUN £KBEON TIOU VXX
ouvoilel TNV EPYOOLOl OOG OXETIKA LE TX TEAEUTOIX TIEPLOTUTIKX KUOTLKNG ivwong,
OUUTTANPWVOVTOG TX KEVA TIOU 0tkoAouBoUv.

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

DNA amd k&Be aoBevr) amopovwOnke ko uTtoBARONke o aAAnAouyion. OLaAAnAouyisg
TIOU XTIOKTHONKOV EUBUYPAUUIOTNKOV HE Lot AANAOUXLO YOVIOLWUATOG OVOPOPKG |UE
TO gpyoeio BLAST, kot TtpoodLopioTnke To TPOQIA LETOHAAGEEWY TOU YOVIOLWUATOG
K&Oe axaBEVOUG. 2T OUVEXELX, EVOG YPTIIYOPOG EAEYXOG ot Baon dedopévwy Clinvar
aTOKGAUYE TNV emidpoon Twv METOAAGEEWY TOU 0iloBevoUg Og EMIMEDO MPWTEIVWV
KoL ETETPEPE TNV KATnyoplotmoinon g HETAAaENG wg maBoyovou. Me Baon TIg
OLBEDLUEG TIANPOWOPLEG OXETIKA LE TIG TILOAVEG BEPATEUTIKEG ETIAOYEG YL K&OE
METOAANEY, CUVTAYOYPOENONKE 1N KXAUTEPT Bepameior i K&OE oaBevT).
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