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Fevikég TTAnpo@opicg

O1 puikég duoTpogieg TTou oxeTiCovtal ue To KoAAayodvo VI (COL6-RD), oTig oTToieg
mepIAauBavovTal n ouyyevhg uuiki duoTtpogia Ullrich, o1 evOIGUECEG HOPPEC Kal N
MUIKR duoTpoia Bethlem, cival oTrdvieg OuyyeVEiG YEVETIKEG TTABNOEIC TWV JUWV Kal
TOU OUVOETIKOU 10TOU. [pokaAouvTtal atrd HETAAAAEEIC aTa yovidia TTou KwAIKOTTOI0UV
T0 KOAayévo VI (COL6A1, COL6A2 kai COL6A3). To koAhayovo VI eival pia
TTPWTEIVN TTOU BPIioKETAI OTNV EEWKUTTAPIA PATPA, TN dour OTAPIENG TTOU TTEPIBAAAEI
Ta KUTTAPA PAG KAl AEITOUPYEI WG Eva «IKPIWPa» TTOU CUYKPATED padi SopES OTTWG Ta
MUIKG KUTTapa kal ol Tévovteg. Otav autd TO UTTOOTNPIKTIKO TTAéyua  gival
EAATTWMATIKG, MTTOPEI VA TTPOKAAECEl TTPOOJEUTIKA MUIK aduvauia, CUYKAPYEIG,
OKOAiwon, avaTTveEUOTIKA TTPORARUATA KAl KOTTWON. ZNAMEPA, N IATPIKN @POVTIda
ETTIKEVTPWVETAI 0T OIaXEipIoON QUTWVY TWV OCUUTITWHUATWY Kal otnv  TTpoAnyn
emTTAoKwy. Emeidf n madlnon civar ouvleTn Kal €¢eNicoeTal ye TNV TTAPOdO TOU
XPOVOU, JIa onUavTIKA TTPOKANCN TTAPANEVEl N KATavOnon Tou TPOTTOU JE TOV OTTOIo
ol BAGBEG TNG €EWKUTTAPIAG PATPAG 0dNyouV 0€ BAGRN TWV MUTKWY KUTTAPWY Kal OTN
dnuioupyia ouAwdoug IoTou (ivwan).



216X0I TNG CUVAVTNONG Epyaoiag

H ouvAavTnon epyaciag OUYKEVTPWOE EPEUVNTEG, KAIVIKOUG 1IATPOUG KAl EKTTPOCWITTOUG
aoBevwyv a1rd  dIAPOPEG XWPEG, ME OTOXO va €EeTAOEl TTWG O TTPOCPATES
EPYOOTNPIOKEG AVAKAAUWEIG UTTOPOUV VA PETATPATTIOUV O€ OUCIACTIKA OPEAN YIO TOUG
aoBeveig. O1 KUpIOI OTOXOI ATAV VA YiVEI AvAOKOTINON TWV YVWOEWV OXETIKA PE TN
BioAoyia Tou KoAAayévou VI, va evioTTIoTOUV Ta KEVA YVWONG TTOU TTAPAUEVOUV, VO
OUYKPIOOUV JIOQOPETIKA £PYACTNPIOKA JOVTEAQ, OTTWG KUTTOPA KAl TTOVTIKIA, KAl VO
dnuioupynOei Eva ouvToviouévo ox€DIO TTou Ba OUVOEE! TIG EPYOOTNPIOKES DOKIUEG UE
KAIVIKG atTroTeAéopaTta otnv TTPAEN, Ta OTToia £X0OUV TN MEYOAUTEPN ONUOCIA YIO TOUG
aoBeveic.

ATtroTeAéCOTA TNG OUVAVTNONG EPYOTiag
O1 e1dIKOi onueiwoav onNUAvTIKr TTPO0OO 0€ APKETOUG BACIKOUG TOUEIG:

+  Karavénon tng vooou: OiI CUPPETEXOVTEG XapToypA@noav Tov TPOTIO JE
TOV OTIOIO £VA EAATTWHATIKO UTTOOTNPIKTIKO KUTTAPIKO TTAEYMO EVEPYOTTOIEI
MovoTTaTia TTou odnyouv o€ oulotroinon/ivwon, 6mmwg 1o povotrarn TGF-f3,
Kal €TTNPEACEl  YEITOVIKA UTTOOTNPIKTIKA OouoTAuaTd, OTTWG TA  MUIKA
BAACTOKUTTOPA KAl TOUG TEVOVTEG.

* [Mponypéva epyaotnpiakd kKol Jwikd povréAa: O1  gpeuvnTtég
TTapoucsiacav onUavTik TTPOodo e Th XPNOoN TPIOBIAOTATWY «MiVI-JUWV»
(opyavoeidwv) TTou avamTuoooVvTal OTO EPYQOTHPIO KAl HOVTEAWY TTOVTIKOU,
WOTE VA agloAoyouv pE aO@AAEIa TN PUIKR dUvaun Kal va XpnolJoTTolouV
QUTOMATOTTOINUEVN QTTEIKOVION YIA VA HEAETOUV TOV OXNUATIONO TOU
UTTOOTNPIKTIKOU TTAEYUATOG.

* Néeg TexvoAoyieg: H oupdda digpelvnoe TTponyHEVES BepaTTEieC YEVETIKAG
016pBwong, O6Tmws n yovidlokh eTeéepyacia Kal AAAa epyaAcia YEVETIKAG
akpIBeiag, Kabwg Kkal OIaPopPETIKOUG QopeEic TTou Ba pTTopoucav  va
XPNOIYOTToINBoUV yia TN XoprHynon autwyv Twv BepATTEIV Kal TNV AUECN
016pBwon peTaAAGCewy. ZulnTABNKE €TTiIONG TTWG OUYXPOVA UTTOAOYIOTIKA
Tpoypduuata kair n Texvnt) Nonuoouvn (TN) ptropouv va aglotroinfouv
WOoTE va PonBouv Toug yiatpoug va BETouv TaxUTEPO Kal PE PEYOAUTEPN
akpieia Tn didyvwaon oTraviwy TTaBACEWV.

AVTIKTUTTOG OTOUG 00BEVEIG KAl TIG OIKOYEVEIEG TOUG

MapdT n ouvdvinon epyaciag dev onuaivel OTI UTTAPXEI ORUEPa aueca OlaBEaiun
Bepartreia TTou va odnyei o€ iaon, atroTeAEl éva HeYAAO, CUVTOVIOUEVO Briua TTPOG TNV
ETOINOTNTA yIa KAIVIKEC DOKINEG. Me Tn BeATiwon Twv gpyaAeiwv akpIBoUg YEVETIKNAG
016pBwong, TN BeATIOTOTTOINON TOU XPOVoUu PéEXPI TR SIdyvwaon Kal ThV 0pyavwaon Twv
0edopévwy TwWV acBevwov péow dieBvwv unTpwwy, OTTwg To Congenital Muscle
Disease International Registry (CMDIR), n emoTtnuoviki koivétnta B£Tel TIG BAoEIg
WOoTE Ol PEANOVTIKEG OOKINEG va oxedialovtal TTOAU TTIO aTToTEAECMATIKA. AUTA N
OuVvEPYQTIKA TTPOCEYYION dlao@aAilel OTI O HEAAOVTIKEG PEAETEG BA ETTIKEVTPWVOVTAI
o€ ammoTeAéopaTa TTou BeATiovouv dueca Tnv Kadnuepivly {wr, 0TTwg n diatipnon
TNG KIVATIKOTNTAG, TNG EUKAPWIAG Twv apBpwoewv KAl TG AVOTIVEUOTIKNAG
AgIToupyiag.

Emrépeva BApara
Katd TG avoixTéc ouvedpie¢ oulnTnong, n KOIVOTTPAgia OUUPWVNOE OE OPKETEG
Aaueoeg OPAOEIC:
+ Koivil xprion UAikou: Ta gpyacTrpia Ba epyacTouyv yia Tn dnuioupyia evog
TTayKOOWIoU OIKTUOU avtaAAaynig EPEUVNTIKOU UAIKOU,



OUNTTEPIAQUBAVOUEVWY KUTTOPIKWY OEIPWV EAEYXOU KAl aoBevwV, KaBWG Kal
emayouevwy  TToAuduvauwy BAacTtokuttdpwy (iPSCs) otav autd civai
dlaBéoipa. H opdda oulntnoe €tmmiong Tn onuacia TG KoIviG XPAong
TTPWTOKOAWY Kal BepatreuTiKwy  epyaieiwy, OTTwG ASOs, aAAnAouxieg
siRNA kai @opeig, 61Tou auTo gival eQIKTO. Autd Ba BonBroel Toug EpeUvVNTEG
va dokipdlouv TTIBavVEG BEPATTEIEG PE TTIO CUVETTA Kal agIOTTIOTO TPOTTO Kal va
dlac@aAiCouv OTI Ta ATTOTEAEéOPATO  MPTTOPOUV va avartrapaxbouv o€
OIOQPOPETIKA EPYACTAPIA KAl XWPEG.

Avolxta emoTnpovikd gpwthpata: O1 gpeuvnTéG Ba PEAETHIOOUV TNV
akpIBn didpkela (WG Tou QUOIOAOYIKOU Kal ToUu PETOAAAYUEVOU KOAAayOvou
VI atreuBeiog 0TOUG 1I0TOUG, WOTE va BonBrAcouv oTov oXedIaoud akpIoug
BepaTTEUTIKOU OXAMATOG.

BeAtiototroinon Ttng xopnynong: O1  peA\ovTikéG  epyaoieg  Ba
ETTIKEVTPWOOUV OTn PBEATIWON QOQAAECTEPWY POPEWV XOprynong, WATeE Ol
mOAvEG YOVIOIAKEG BepaTreieg va GTAVOUV ATTOTEAEOUATIKA KUPIWG OTa
KUTTapa T1ou trapdyouv COLVI, Ommwg Ta IVO-NITTOYEVETIKA TTPOYOVIKA
kuttapa (FAPs), aAAG Kal o€ PUEG TTOU €ival BUOKOAO va 0ToXEUBOoUV, OTTWG
TO dIGPPAYHQ.

2ZuUvOUOaOoNOG Oedopévwy: H opdda Ba OUYKEVTPWOEl TTEPICOOTEPES
MOKPOXPOVIEG TTANPOPOpPIES uyEiag yia Tn Baon dedouévwy CMDIR. Autd Ba
BonBrioel otnv Katdragn Twv acBevwv OTIG KATAAANAEG OpAdEG yia
MEAAOVTIKEG IATPIKEG MEAETEG.
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