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H yoviblakr Beparmeia adopd TNV TEXVIKN E TNV OTtola TpoTtonoLe(Tal €va yovidlo mpokeévou va BepameuBet,
va poAndOet ) va 1abel éva yoviSlakd voonua. Ot yevoSepuatondbeleg eival omavia YoviSLaKA VOOHLOTA E
ekbnAwoelg oto Séppa. Kabwg epdavidovral and tn yévva 1 0To APECWE UETA XPOVLKO SLACTNUA, £XOUV YEVIKA
Xpovia kot Sucpevr] e€ENEN, EVW OL ETIUTAOKEC UIMOPEL va elval amelAnTIKEG yLa tn {wn Tou acBevr). H Suctpodikn)
mopdoAuywdng eribeppuoAuon gival £va yovidtakd moudoAuywdeg voonua. H KAk elkova Stadépel os KOs
TIEPLOTATLKO KOl UIOpPEL val elval Nria wg oAU coBapr). H Bepameutikn dap€tpa meplopileTal oTNV QVTLLETWITLON
TWV CUUTTTWUATWY KAl TWV EMUTAOKWV. H ex vivo autoAoyn yoviSLakr) tpomormnoinon ¢aivetat va eivat pa ToAAG
UTTOOXOMEVN MEANOVTLKH €MAOYH, N omola £xeL &N AABeL Eykplon armod tov FDA kol avapEVETal £YKpLon oo ToV
EMA. H xprijon BAacTtokuttapwV Bpioketal o eminedo KAWLIKAG LEAETNG.

NEZEIz-KAEIAIA: AuoTtpodikni TtopdoAuywdng embepoducn, yovidlakr Beparmeia

Gene therapy is a technique that uses a gene to treat, prevent or cure a disease or medical disorder. Genoderma-
toses are rare. As they frequently occur at birth or early in life, they are generally chronic, and can be serious and
life-threating. Dystrophic epidermolysis bullosa is a rare genetic blistering skin disease. The clinical presentation
varies from case to case, it might be mild or very severe. The treatment is limited to management of symptoms
and complications. Ex vivo autologous gene modification seems to be a promising future choice, which is already
approved by the FDA and approval is currently awaited by the EMA. The use of stem cells is used in clinical trials.
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EIZATQIH

Mavw amnd 60 xpovio LETA TIC TPWTEC SLOTOKTLKEG TTPO-
omnaBeleg, n yovidlakn Oepamneia avadelkvietal TAEOV
w¢ BeparmeuTtikn emloyn yla éva pkpo, aAAd CUVEXWG
auavopevo aplBuo voonuatwy. H Bepameutikn autn
T(POCEYYLON ELXE OVTUUETWIILOTEL UE OKETITIKIOMO OTaV
StatunwOnke yla mpwtn ¢opd tn Sekaetia tou 1970.
IAUEPQ, EXOUUE SLOBECLUEG QPKETEG LeEBOSOUC yLa va
Slopbwooupe 1 va eEMNPeACOUE T Asltoupyla evog
yoviSiou. Avdaloya pe To KUTTApo OTOXO, N yovidla-
K Beparmeia taflvopeltal 0 oCWUATIKA Kol Twv PAa-
OTOKUTTAPWV. H €pguval ETILKEVIPWVETAL KUPLWG OTNV
owpaTikn yovidlakn Bepameia. O otoxog sival n {aon
ToWKIAwV voonuatwy, amno dtddopouc TUMOUC KapKi-
VWV (UNVLYYLWUATO, TOU YOLOTPEVIEPLKOU, TOU LOOTOU),
£€WG¢ TIOAU PEAETNUEVEG YOVIOLOKEG aoBéveleg (OaAao-
coalpia, Baplég cUVOETEC AVOCOAVETAPKELEG), OAAA KOl
Aoluwdn voonuata (HIV, nratitideg), akopa Kot Kop-
Sloayyetakég madrosig (loxapia, otedpaviaia vooog)r.
H mo mpoodatn, kowvotopog péBodog, pe edappoyn
otnv yoviSlakn Bepaneia, sival ta poplaka epyaleia,
omnwg to CRISPR-CAS9. Eival texvoloyia taxeiag emne-
Eepyaoiog yoviblwpatog, n onola Stopbwvel ta AdOn
mou Bplokovtal péoa oto yovidio. H avtikataotaon,
QITOCLWTINON KoL ELCOYWYT EVOC OAOKANpou yovidiou,
amoTeAEL OAUEPA KATA KATIOLOV TPOTO TN CUMBATLKA
yoviSlakn Beparmeia pHetd anod tnv kablEpwon tng Te-
XVikAi¢ CRISPR?.

OL yoviSLakég Beparmeleg mOU xpnolpomolovvToLl
onuepa Baoilovtal oe dUo mpooeyyioelg. H mpwtn (ko
ouxvotepn) mepthapBavet tn AnPn aipatog and évav
aoBevr], akoAoUBwWG TNV TPOTIOTOLNCN CUYKEKPLUEVWY
KUTTAPWV OTO EPYOOTNPLO KOl ETIELTA TNV XOPNynon
Toug otov i6lo aoBevn. H Seltepn cupmeplAappavet
v aneuBeiag xopriynon tou mpoilovtog tng yovidia-
KNg Beparmeiag otov opyaviopo, cuvnBwg amnd mepLo-
XEC OTLG OTOieC UTIAPXEL EUKOAN TpOoBaon, OMWE To
Sépua.

FMATI EINAI TO AEPMA KATAAAHAO
OPTANO A THN EQOAPMOTH TQN
FTONIAIAKQN ©EPAMNEIQN;

To yeyovog OTL elval £va opato Opyavo, LUE QLECT TIPO-
oBaon, kavel To d€ppa KATAAANAO yla TN xprion Ing
yoviSiakr¢ Beparneiogd. To mAoUoLo ayyeLakod cUoTNU
TIou SLaB£TEL 0 UTIOSOPLOC LOTOG, KABWCE KAl N LKAVOTN-
TA TOU va GUVOETEL Kal va ekKpivel MAnBwpa mpwtei-
VWV, OMWE Kot N duvatotnta avénong Tng mopoywyng
pLoG TpwTEeivng petd amod kabodnynuévn petaypadn?,

ANAZKOMH2H

KAVOUV TO KEPATWOKUTTAPO KATAAANAO OTOXO TNG
edappoync g yovidlakng Bepameiag. H amoudovwaon
TWV KUTTAPWY ToU TEPLEXEL N emidepuida Bewpeital
OXETIKA €UKOAN, AOyw NG Apeong mpooPfaong, mapa-
MEVEL OUWC pLa EALPETIKA KOOTOBOpO UTIOBEDN TIOU
Umopel va yivel povo oe e€eldIKkeLEVA EpYOOTHPLA.
Mropel va amoteA€0eL «QVTIKELLEVO» KL yLa TNV in
vivo Telpapatikn yoviSlokn petadopd, alld Kol ev
ouvexeila ylo TNV mapakoAolBnon Twv EMUTTWOEWY
TOU TPOTOTIOLNEVOU LoTOU.

FTONIAIAKH ©EPATIEIA 2THN
AEPMATOAQOTIA

OewpnTIKA, OAa Ta Avw avadepOpeva kaBLoTouv To
S€pua mpovopLolxo opyavo yla thv aflomoinon tng
petadopag yovidiwv pe okomo tn Bepaneia mMokiAwy
SepuaTikKWV 00Bevelwy, KUPLWG QUTOCWHLKWY UTIO-
AEUTOUEVWY OVOYOVLISLAKWY VOO UATWY, aAAA Kol o€
TaBoAoYIKEG KOTAOTAOELS TTou KaBopilovtal yovidia-
KQ, OTwG Kapkivol Tou SEPUATOC, EMOUAWGN TPOUMA-
Twv, dpAsypovwsdn voorjpata’. Mdpauvta, n yovidiakn
Bepameia MAPOAUEVEL OTNV KATNYOPLA TIELPOUOTIKWY
emAoywyv, Xwplg apeon dappoyn otnv Kabnuepwn
KAWLKN Ttpagn. H épeuva ouveyiletal yla povoyovidia-
KEG Kal TTOAUYOVISLaKEG SepUaTOMABELEG, OTWE OL CUY-
vevelg mopdoluywdelg Seppatondbeleg, to cUVSPOUO
Netherton, to cUvSpopo Sjogren-Larsson, n peAayxpw-
patikn Enpobepuia, xbBuaon kat mopdupia, aAAd Kat
TO MEAGVWLLOL KOLL TO OKOVOOKUTTOPLKO KapKivwpa.

H TONIAIAKH OEPANEIA THZ
AYZTPOO®IKHZ MOMO®OAYIQAOYZ
EMIAEPMOAYZHZ (ANE)

H duotpodikr mopdoluywdng emidepuoiuvon (ANE)
elval éva omavio povoyovidlako voonua, To omnolo
odeiletal otnv EAewdn koAayovou VI kot xapaktn-
piletat ano tnv dnuoupyia mopdoAlywv ota onuela
e\dooova tpaupatiopol. H urtoAeutdpuevn popdn cu-
vnBw¢g ocuvodeleTal amd coBapeg eMUTAOKEG. Me tnv
TIAPOS0 TOU XPOVOU, HETA OO TA EMOVWTA EMELOOSLA
TIOU EMOUAWVOVTOL UE (VWON, Ol TIEPLOXEG UTOpPEL va
empuoAuvBouv kal eviote e€ehicoovtal oe onn R va
napapopdwbouv pe tnv emakdloudn dnutoupyia cuv-
SOKTUALWY. TNV TOPEia N vOGOC UMOPEL VoL EMLITAOKEL
pe tn Sdnuloupyla akavOoKUTTAPLKWY KOUPKLVWUATWY
pe Wolaitepa emBeTikn ouumepldopd. Evw Sev umdp-
XOUV €YKEKPLUEVEG SlopBWTIKEG Bepareieg, N LETAUO-
OXEUON MUEAOU OE [La ULKPN opdda acBevwy ocuvduad-
otnke pe 30% Bvnolpotntol. Exel emiong StepsuvnOet
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n UeETaUOOXeUON 1 £YXUCN ex Vivo TPOTIOTOLNUEVWV
KEPATLVOKUTTAPWY 1| WoBAaotwv’. Evroutolg, o Kiv-
Suvog sloaywyrg oykoyovidiou péow petpotol® kat n
LOKPOXPOVLO LOPLOKH) 0TOBEPOTNTA AKOUA TIPOKAAOUV
avnouyia’?.

To 2022 SnuootelBnkav Ta MPWTA ATOTEAECUATA
™G KAWLIKAG LEAETNG daong 3 mou adopd tn Beparei-
a ™G AMNE og aoBeveig nAkiag Avw Twv 6 LNVWV, e
TNV TOTKY €dapuoyr] €VOC LN AVOTTapayWUEVOU ¢o-
péa amhou épmnta tumou 1 (HSV-1), o omolog dpépel
oto yovidiwpa tou KoAAayovou VII (COL7A1), pe oto-
X0 TV amokatdotoon tng npwieivng oe éAewpn®. H
Beparneia PBaociletal o Tpomnonolnuévo HSV-1 dpopéa
ME EAQTTWUOTIKA avilypadr, n omolo emLTpENEL TNV
Stavoun tou COL7A1 otov mupnAva TOU KUTTAPOU TOU
Eeviotn Ywplg TNV evowpdtwor) tou oto DNA, €xeL Tpo-
TUOUO Yyl To SE€PUA KOl TNV LKAVOTNTA UTIEKDUYHG TOU
OVOCOTIOLNTLKOU CUCTNUOTOG, YEYOVOG TIOU ETILTPETIEL
Vv xopnynon enavaAnmtikig 6ong.

Ouin vivo TpokANGoELG TNG YovidLlakng Bepameiag yla
v ANE cupmeptlapPBavouv tn duokoAla emiteuénc
QTMOTEAECUATIKAG SLASEPULKAG YOVLOLOKNG LETADPOPAS
(apa n Bepamelo pmopel va xpnolponownbei povo oe
TANYEG), To ueyado péyebog (~ 9 kb) tou oU dopéa
TIOU TIPOKUTITEL PETA ATO TNV EVOWHATWON TOU YOVL-
Slou COL7A1, xal oL Tteploplopol mou oxetilovral pe
TNV ENavVaXopnyncn Twv wkwv GopEwv (.. avamtuén
QVTIOWHATWY 1) autoavooiag) 12,

2YMMNEPAZMA

OL yoviblakég Bepameieg epeuvwvtal amo Tov dap-
MaKeUTIKO KAGSO amod t Sekaetia tou 1990. Qotooo,
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