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EYXAPIXTIEX

Me téhog exmdVNong TG TOPOVGAS €PYOciog emBLU® Vo EKPPACH TIG EVLYOPLOTIEG LOV
apykd oty K. @apdvrov Xopikken emPAEmovcso kabnynTplo TG TTUYIOKNG EPYOCiog Yo
v oAbTIUN Ponbeta kot kKabodnynon mov moapeixe evd TEAOG Vo LEYAAO EVYAPICT® OTNV
OLKOYEVELD IOV YO TNV VTOGTHPIEN GE OAN TN SIEPKELD TOV GTOVOADV LLOV.



HHEPIAHYH

Ewayoy: H mnpdowno-dpo-Bpaydovio poikn dvotpogia (Facioscapulohumeral
Muscular Dystrophy — FSHD) givot pio. oo Tig 110 S100£30UEVES LVIKEC dVOTPOPIES
ZT0Y0G NG avaokomnong apbpoypaeiog sivor va yivel pio Aemtopepng Epevva 6mov
0o OlamotwBodv ta  aitio, TO CLUMTOMHOTO, T OlWyvmorn KaBdg Kol M
QLOIKOOEPATEVTIKT TOPEUPOOT GTNV GLYKEKPIUEVN TAONO).

Ykomog: O okomdg g mapovoos epyaciog elvar va pedetnfodv kot va avaivbovv ot
QLOKOOEPATEVTIKES TAPEUPAGEIS TOV YPNOYOTOLOVVTOL Y10 TNV OVTIILETOTION TNG
TPOCHOTO-OUO-BPaylovio HOTKNG duoTpoiag. Akoun Ba yivelr TAnpn avagopd yio To
mpofAnuata mov eueavifoviol 6To Ave AKpo Kol YEVIKA 1 GUUTTOUOTOAOYIO TNG
ndOnong, kobmg Kot To aitio, 0 TPOMOG JAYVOONG Kol Ol TUTOL OGKNGEWMV TOV
YPNOLLOTOLOVVTOLL.

MeOoooroyia: H otpatnykr| avalitmong yw tv TPOyHOTOTOINoTn g £pyaciog
&xel va Kavet pe éva Totkido mpdypapia AGKNGEMY KOOMG Kot S1Apopa TPOYPALLOTO
OTOKOTACTAONG KOl TEXVIKES TOV o elvol TANPOC EMGTNUOVIKA OTOTEAEGLOTIKES KoL
tekunpopéves. o v ekmoévnon mg mapodcos avackomnong apbpoypoeiog Oo
ypnooromBovv apbpa ta omoion Ba avalnmmBovv amd v maykdésa Pdon
dedopévaov PubMed kot Google Scholar. Kpimpua stoaywyng apbpwv sivor peréteg
nov gpgvvnoay acbeveic pe FSHD otoug omoiovg epappdotnke Tpoypoppo 4oknong
péc® Tov 0omoiov TOPUOETOVTOL Ol OMOTEAECUATIKOTEPEG AVGELS, Ol TPOTEWVOUEVES
ooMyleg yoo TNV avamveELSTIKY Quotkobepaneio KaODS Kt Yoo TV OVTHLETDOTIOT TOV
TOVov.

Yopnepdoporta: O puoobepoancuTikdg pOLOG AmOTELEL TNV OvayvVAOPLoT, 0E0AGYNoN
Kol TNV KAatdAAnAn Oepamevtikn pEBodo eved mopdAAnAo AOY® NG UEIOUEVNG
KNTIKOTTOG TV acBevadv ot cvykekpipévn madnon elvar ko n PBedtioon g
KvnTkomrag. Mehéteg amodetkviovy OtL 1| Aoknon dadpapatifel onuavtikd poro
om Peitioon g KwnTIKOTTAG TOV 060evdv evd mopdAinio Peitidvel v
KOPOLOOVATVEVGTIKT] AEITOVPYIO TOVC.

AéEeic-khewa: Facioscapulohumeral Muscular Dystrophy, physical therapy,
rehabilitation, pain, exercise
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EIXAT'QI'H

H pvikn dvotpopia (Facioscapulohumeral muscular dystrophy-FSHSD) givon
pio omd TIg o KOwEG Puikég duotpopieg evniikwv kot dtoupeitan o€ Tomovg 1 ko 2
pe Baon 1t yevetikn petdAraén. Kivikd kot ot 0vo tomot 1 ko 2 FSHD emdeucvioovv
OLYVA OGVUUETPIKY Kol TPOOOEVLTIKY MLik) advvapioc mov emnpedlel apylkd To
TPOGMTO, TOV MU0 Kol TOVG Bpayioves, akoAovBoduevn amd To Am® Kot 6T GLUVEYELN
o €YYOTEPO KAT® dKpa apydtepa otnv mopeia g vocov. Ilepimov 10 95% twv
acOevov, mov ovoudleton FSHDI1, éxovv odwypagn &vdg Pacikod aptBpov
emavolopPavopevov ototyeiov oto ypopocopo 4q35. To vmdérowmo 5%, mov
ovopaleton FSHD?2, dev €xetl dwaypagn oto ypoudcsouo 4q35. Iaporia avtd, kot ot
dvo tomot 1 kou 2 FSHD popdlovtal €vav Kowd katdvin Unyovicpd mov kafotd
duvatn ™ perloviikn Bepaneia pe voco mov Ba elvol OMOTEAEGHATIKY KOl Y10 TOVG
dvo tomovg 1 o 2 FSHD.

Amotelel Tov tpito cvvnBéotepo TOTO pPVikNG dvotpopioc. [Tpodkettar ylo pa
oVVOETN YEVETIKT OlaTopayn TOL YopokTNPIlETOL OTIG TEPIOCOTEPES MEPIMTMOGELS OO
Bpadémg TPpoodeLTIKY| LIk advvapia Tov TEPIAAUPAVEL TOVG HUG TOV TPOCMITOL, TNG
OUOTAATNG, TOL AV Ppoyiova, TOL KAT® AKPOV Kol TOL 1G)Iov.

EpopaviCetar 1660 6to0g dvopeg 660 Kot 611G yuvoaikes. Mmopel va avamtoyOet
oe éva moudi edv 0 yovéag @épet To yoviolo yia T datapayn. e 10% wc 30% tov
TEPIMTMOCEWY, Ol 7YOVelG oev  @épouv 1o  vyovidwo. H pvikn  dvotpoeia
Facioscapulohumeral eivotr pia amd 11 Mo KOwEG HOPPES LVIKNG dvoTpoPing TTOv
emmpedler 1 otovg 15.000 éwg 1 otovg 20.000 eviilkeg otic Hvopéveg
[ToMreieg. Emnpedlet dvdpeg kot yovaikes e€icov.



KE®AAAIO 1
MYOITIA®EIA

1.1 OPIXMOX

H pvondBeio avapépetor o€ pa achEvelo Twv podv. Ze aTEG TIC TEPUTTOOELS,
Ol UOES AELTOVPYOLV ALYOTEPO OMOTEAEGUATIKA OO O, TL Mpémel. Avtd pmopel va
ovpPel 6tav o1 POEG OEV OVOTUOCOVTIOL GMOOTE, OTOV £YOVV KATOGTPAPEL 1| OTOV
AEIMOVV OMNUOVTIKA GLOTOTIKG. YTAPYOLV S1AQOPES OTieC HVTKNG TAONONS Kol KOTA
oLVETELD, VITAPYOLY ddpopec poomdbeiec. Kdbe pia amd T1g d10popeTiKéc puomddeleg
€xel 10 OIKO TNG OCLYKEKPIUEVO OVOUQ, ouTic, GUVOAO JlYVOOTIKGOV €EETAGE®V,
avapevopevn mpoéyvoon kot Oepomeio. Opiopévec pvomdbeleg  avouéveTor  vo
emdevwbody  pe TV TEPOdO0  TOL  YPOVOL, EVED  UEPIKES  EIvOl  OPKETA
otafepéc. Apketég pvondbeieg sivar kKAnpovopkég kot morhég dev sivar (Dalakas,
2015).

Ot poomdBeteg givar por ETEPOYEVIG GLAAOYN SlaTapoy®dV TOL YapoKTnpilovTol
amo TNV aVOUOAN doun M T Asttovpyic Tov okeAeTkov pVOG. Tétoleg datapayés
avtpetonilovior cvuyvd otTic TpoakTkéS mpoToPfdduag mepiBoiyng. Qotdco, M
avayvoplon Kot 1 Sdyveon ouTtdv ToV KotaoTtdoemv pmopel va givar dSUoKOAN
vrobeon (Dalakas, 2015).

1.2 ZYMIITQMATOAOI'TA

I'evikd, n poomdOeio mpokorel poikny advvopio. To wo cvvnbicpévo oyédo
advvaptog meptypaeeTol ¢ €yyOg advvapio. Avtd onpaivel 0Tt ot POES TOV VO
Bpoytovav kot Tov dvo Toddv gival mo tpoeavag eEachevnuévol amd Tovg Pug TV
XEPUOV 1M TV Todwv. Mepikég  @opéc, 1M HLOTAOEW  OMOSVVOUMDVEL  TOVG
avomTVELGTIKOUE HoES (Ldeg mov edéyyovv v avamvon) (Lundberg et al., 2016).

Yuyva, 6tav ot dvBpwmot Exovv pvomdbeia yia xpovia, poikn atpoeio apyilel va
avantOGGETOL, 1 omoia glval 1 apaiwon Kol 6TaTdAn Tov pvov, eEacbevifovtog v
Y0 TOV poov akoun mepiocdtepo. H pvomdBeia cvoyetileton ovyvd pe éva
OVOUOAO GYNUO TOV 0GTMV, GUYVE €MEWN N HVIKNY advvopio epmodilel To 00Td Vo
STNPOLY TO PUGIOAOYIKO TOVG GYN O

Onwg ovpPaivel pe 11g mePocdTEPES VEVPOLOYIKES dOTAPOUYES, 1 OLYVMOON
pvondBetag apyiler pe ™ AYN TPOGEKTIKOD KOl EUTEPIOTATOUEVOL 1oTOPIKoD. Ot
acBevelg ouyvd OovVOEEPOVY CLUTTOWOTE KOTMOOMG, Jovcavesio oIV AGKNoM,
yevikevpévn advvopio kot poikd moévo. QoT1060, OVTE TO. GUUTTMOUATO EIVOL GYETIKA
pun  eWIKad Kol UmOpEl  va  OVTOVOKAODV U1 HOmOONTIKEG  KOTOOTAGELS,
CLUTEPIAAUPOVOUEVEOV KOPOLOTVEVLOVIKDOV S10Tapoy®dV, 0pHoTEdIK®OV KOTAGTAGE®Y,
PEVUOTOAOYIKAOV TOONGEMY, YPNONG POPUAK®V, OTOKOTACTAONG KOl OKOUN Kot
KataOAyme. Avtifeta, copmtOpoTo TOL B0 TPEMEL VA TPOKAAEGOVY LIOYIEG Yo
vrokeipevn poomdfela mepthapPdvovy dtaxpitd potifoa puikng advvapiog, KOmwon
advvapiog, Luikn atpoeic, pvotovia Kot VITOTPOTELoVGH LVOGPUPTIVOLPTa.


https://www.verywellhealth.com/what-is-muscle-atrophy-2552171

H a&oAdynon evioc acBevoic pe voyio poomrddeiog 0o mpénet va meptlapPdvet
pee ovlfmnon G OWPKEWS TOV  CLUUMTOUATOV KOl  TOV  1OTOPIKOL -
CUUTEPTAOUPAVOUEVOD TOV 1GTOPIKOD AVATTLENG KOt TNG TPMIUNG TOOIKNG NAKiaG -
KaB®G Kol EVOG OIKOYEVELOKOD 1GTOPIKOD TOPOUOL®Y CUUTTOUATOV 1] O10YVOGUEVNG
uvondOetog (Lundberg et al., 2016).

Opiopéveg ovyyeveic, peTofoMKEG Kot LUTOXOVOPLOKES poomdbeleg umopet vo
TOPOVCIACTOVY KOTA TN YEVvnon 1N TNV TPOUN Toldkn nAkio, pe Oépata 6mmg N
AToTVYI0 VO EDSOKIUNCOVV, To KaBvuoTeEpUEVE 0pOCTLL KOl Ol CUUPACELS, EVD GALES
KANPOVOLIKEG Kol OTOKTMUEVEG MLOTAOeleg umopel va unv epeavifovior péypt tmv
epnPeio 1 Vv evnAikioon. Oreypovmdelg poonddeteg OT®S 1 TOAVHLOGITION Kot M
OEPUATOUVOGITION UTOPEL VO EUPAVIGTOOV GE OTOLONTOTE NAMKIN, EVO 1 HVOGITION
TOV OMUOTOG TNG EYKLUOGUVNG eH@avifeTor cvyvd apydtepa oty evnAikioon
(Jackson et al., 2013).

1.3 EINAHMIOAOI'IKA XTOIXEIA

Me Baon ™ Piproypoeikn avookOnnon wopotnpeitor 0Tt 1 cLYVOTNTA
eupaviong poomadeidv kopaivetor amd 1,16 émg 19 mepiototicd/ ekatoppidpia / £10g
Kot 0 gmmoracudg and 2.4 og 33,8 / 100,000 dropa. H péon nikia évapéng tov
acBevov kopaivetar ond 44,2 €oc 55,1 € pe T yuvaikeg va kvpropyovv. O
EMMOAAGUOC TOV HLOTOOEL®V avEAVETAL SNUOVTIKG pe PAoT TO YEWYPAPIKO TAATOG
and ) Bopeia Evpann éwg ™ Notia Evponn vroypappiCovtag tov mbavo poro twv
TEPPOALOVTIKOV TTapaydvTev oty avantuén g vocov. Ot gupeieg avapopés og
emdNUoroykég peAétec pumopel va oyetiCovior pe yeveTikohs Kot TePBOALOVTIKOVG
TOPAYOVTEG, OALG 01 oYéoelg dev eivar kald kabopiopéveg (Johnson, et al., 2016).

EmumAéov, evdéyetor va vmapyovv Kot dopopés otn Pdorm dedopévev, GTo
oXEOOGUO NG HEAETNG, OTNV ETEPOYEVELL OE TMEPIMTMOY OOMICTOONG KOL OTN
pebodoroyia. Emopévmg, pia emonUoAoyiKy] HEAETN TOV OTAVIOV acHEVEIDV TTOV
YPNOLOTO0VV i HeydAn Paomn dedopévav yia tov TAnfocud ivar amapaitn yo
TOV EVIOMIGUO YEDYPAPIKOV KOl TANBLGUOKOV OVIGOTHT®OV KOl TNV TPOCSPOPd
evdeifev Yoo T0. YapaKTNPIOTIKG Kot Ty oautoloyia g vocov (Dobloug et al.,
2018).

H tovtomoinon 1ov  akpifovg  emumorocpod TV pLomafeidv  TapEYEL
TANPOQOPies oyeTkd pe TV emPdpvvon g vocov mov Paciletar oyt povo otov
aplOud twv acbBevov, oAAd Kot ot ovvvoonpotntes. H o emidpaon tov
oLVVOCTPOTNTOG GTNV £KPOCT Kot TOV EMTOAAGUO TV acbeveldv Exel a&toroynOel
KOAQ 6€ GAAEG pevpoTikeg acBéveles, Wwitepa otn pevpatoedn apbpitda (RA). H
pvondabeia Bewpeiton 6TL oyetiCetan pe cofapn cvvvoonpdTTa, KLPIWG oYETILOUEVN
HE HLIKN adLVOUIO KOl OIPOPES GUOTNUIKES CLCYETIGES OpPYOvmV, OM®G Kol M
avénuévn Bvnoodtra (Meyer et al., 2015).



1.4 EIAH MYOITAGEIAX

H ovyyeving pwomdbeia onuaivel poomdbetor pe v omoio €vo  GTOUO
vevwigtal. [ToAdég amd oavtég T koTootdoels Oempodvior  KANpovopkés 1
petofifalovior pécw owkoyevelmv oamd TN yeverikn. Kot eved to copmtodpoate tov
ovyyevav poonabelidv apyiCovv cvyvd ce moAd veapn nAkio, avtd dev cvpPaivet
whvto. Mepkcéc popég por KANpovoutkn atpikn acbéveln dev apyilel vo mpoxkaiel

CLUTTOMATO, EOC OTOV évo. dtopo givat EpnPog 1 akoun kot evidikag (Lundberg et al.,
2016).

O1 Kowmd¢ KANPoVOLIKEG puomtadeteg meptlopupdvouy :

. Mrtoyovoprokn pvomdOera : Ilpoxertar ywo poe acBévelo mov
TPOKOAEITOL OO €va EAGTTOUO OTO TUNUO 7OV TOPAYEL EVEPYELDL TOV
KUTTOpov, Tov  ovoudleton prtoyovopla . Yrdpyovv  didpopor  tHmol
HUITOYOVOPIOKNG  MVOTAOEDG Kol €VM  UmopovV  vo.  TPokAnBovv  omd
KAMPOVOLKEG HETOAAAEELS (OvVOUHOAMES oTO YOvidln) MUmOpovvV €miong vo
EUQAVIGTOVV YMPIG OIKOYEVELNKO 1GTOPLKO.

. Merafoikn pvomdOsewo : [Ipoxettor yioo po. opddo acbeveldv mov
TPOKOAOVVTOL Ao petafolkd wpofAnpata mov tapepPaivouv 6t Agttovpyia
evoc puoc. Yrdpyovv O140opeg OOPOPETIKEG KANPOVOUIKES  UETOPOAKES
poomabeleg OV TPOKOAOLVTOL OO  EAATTOMOTO OTAL  Yovidl  Tov
KOOWKOTOWLY optopéva Eviupa mov givol omopoitnto Yoo TNV KOVOVIKN
Kivnon Tov poov.

. Neomhaoio pvomdOsiog : [Ipoxettar yio pio opdda dlatapoy®V TOv
yopokmnpifovior omd tnv moapovoic dopdv wov ovopdlovior «PAroactol
nemaline» otovg pog. H pvomdBeia tov Nemaline cvoyetiletor cuyvd pe v
avoamveuoTikn poikn advvapio (Lundberg et al., 2016).

Ot ovyyeveig povomdBeteg mepthapfavoov:

. Kevrpukny pvomdOeio mopive : Avty eivor poe  kKAnpovopukm
pvomdBelor wov mpokoaAel advvopio, mwpoPANUATH 00TOV Kol GOoPapég
avtwpdoelg oe pepwd edppoka. H coPapodtnta avtig e vocov motkilAet,
npokadlmvtoag Pabid advvopio o pepwkodg avOp®TOLG Kol HOVO Mo
advvapio og GAAOLC.

. Mvikn odvotpogia : Ilpdkertor yio po opdda acBeveidv mov
TPOKAAOVVTOL OO EKPUAIGUO TOV HLOV 1] U1 QUGLOAOYIKE GYNUATICUEVOL
poikd kottapa. H pvomdBeio pmopet emiong va mpokAnOel and pio mowidio
acHEVEI®V OV TPOKAAOVV U0 GEPA PUCIKOV TPOPANUATOV, EKTOG Omd T
TpoPAfuata pe ™ ovotoin tev poov (Lundberg et al., 2016).

O1 xowvdg amoktnBeiceg poondbeteg meptrappdvouv:

. @leypovaorons / avtodvoon pvomdadero : Avtd ovuPaivel 0tav o
0pYavVIGHOG TPOGPAALEL TOV E0VTO TOV, TPOKAADMVTAG EKQPUAIGUO TOV HLU®V 1)
wapepPorn o1n poikn Asrtovpyio. Ywapyel o opado pvomadeidv  mov
yopokmnpiletor and eAeypovr péoa M kKovtd otov p. Kanoleg and avtég tig


https://www.verywellhealth.com/congenital-myopathies-2488695
https://www.verywellhealth.com/mitochondrial-disorders-in-neurology-2488769

KOTOGTACEL €Vl 1 TOAVHVOGITION , 1 SEPLATOHVOGITION, 1| GOPKOEID®MOT, O
AOKOG Kot 1 peLHOTOEONG apOpitida.

. Touc poomadera : Avtd copPaivel dtav pia to&ivn, éva EAapHOKO 1
éva pappaKo TpooPaiiet Tn poikn doun 1 Aettovpyio.
. Evdokpivikn] poomadera : Avtd ocopfaivel 0tov pio dtatapoyn TV

oppovev moapepPaivel ot poikn Asrtovpyio. Ot mo ocvvnOiopéveg artieg
neptlopBdvouy ta TpofAnpaTe Tov BVPE0EIBOVE 1) TV ETVEPPIII®V.

. Aoyu®ong pvomddero : Avtd pmopet vo copPel 6tav o Aoipmén
eUmodilel TOLG LG VO AEITOVPYOVV CWOTA.
. Mvond0sio d£vTEPOYEVIIS GTNV AVIGOPPOTTIO, TOV NAEKTPOAVTOV .

Ta mpofAnpata MAEKTPOALTAOV, OTT®MG LITEPPOAKA VYNAGL 1 YounAd emimedo
KaAiov, pmopovv vo. exnpedoovy T Asttovpyio tov poudv (Lundberg et al.,
2016).


https://www.verywellhealth.com/an-overview-of-polymyositis-4134706

KEDAAAIO 2
MPOXQIIO-QMO-BPAXIONIO MYIKH AYETPO®IA

2.1 OPIXMOX

H mpoécomo-dpo-Ppaytovio poikn dvotpoeio (Facioscapulohumeral-FSHD)
elval P10 KATAGTAOT YEVETIKNG LVIKNG OMAELNG TOL TPOKaAEl e€acBévnon Tov pudv
KOl OTOAELW YPOVOL UE OMOTEAEGHO TNV avEnor g avoarnpiog. Emnpedaletl Wbwitepa
TOVC VG TOV GKPOV, TOV OUOV KoL TOV TPOoOTOL. ATotedel TV Tpitn cvvnbéotepn
LLIKT duoTpOoPio HETd amd TIG SVOTPOPIKES TAONGELS KOL TN HVOTOVIKY] dVGTPOPia,
emnpedlovtag mepimov 1 ota 20.000 dropo maykoopiog. Ta cvpmtdpoTo
eppavitovtoar covnbwg mpv amd v nAkio tov 20 etov. H acbévela oryd otyd
YEPOTEPEVEL, TPOKOAMVTOG aduVapia oe GAAa pépn tov cmpatos. Ta mepiocdTepa
noudid pe FSHD mapapévouv oe Béon va neprotroovv (Statland et al., 2016).

H ovykexpipévn poikn dvotpogio mpokaleiton amd opioUEVES QALAYES YOVIOI®MV
(netoArbEerg). Ot epevvnTég moTELOLVY OTL 1 OAAXYT] UTOPEL VO EVEPYOTTOUCEL £Vl
yovioro mov ovopdleton DUX4. Avtd 1o yovido eivar kavovikd odpavég oto
TEPLGGATEPO KOTTOPA TOV GOUATOC. AALOL YEVETIKOL TAPAYOVTEG UTOPOVV EMIONG VO
dwdpapaticovy kdmoro poro otnv FSHD.

Emmpedler 1000 ta aydpie 66o ko to kopitowa. Kdabe yovidg pmopei va to
petafipdost ota mwadd Tov. Avtd gival Evo OVTOGOUATIKO KLplapyo TPATLTO
KAnpovopdc. ‘Evag yovéag pe FSHD éxet 1 otig 2 mBavotnteg vo 10 pPetadmaostl o
k@O moudi Tov / tng (Statland et al., 2016).

Mepucég popéc éva mondi pmopel va £xet FSHD axdpa k1 av o yovéag dev €xet.
Av16 pmopet va copPet emedn] to eddrtopa wov tpokaiel FSHD Bpioketon o€ kdmowa
oo T CTEPLATOL®APLO 1) TO MEPLOL TOV YOVIDV 0AAA O)L 6T LTOAOUTA KOTTOPO TOV
yovéa. L& LTI TNV TEPINTTOON, 0 YOVENSG UTOpEl va, Exel avENUEVO Kivouvo vo TEPAGEL
T0 EAATTOUN GE OTOLOONTOTE A0 TO. AAAQ TOLOLGL TOV. L& OPIGUEVES TEPITTAOGELS, TO
FSHD mpoxdnter and véeg (omopadikés) HETOAAAEES OvTi pe KANPOVOMKOTNTO
(Statland et al., 2016).

Yndpyovv 600 koprot oot FSHD: 1o FSHDI emnpedlet to 95% tov acBevav
kot T0 FSHD2 ennpedlet 1o vndrowmo 5% tov acBevov. Kot otig 600 nepntdcelc o
vevetikds Kadikag DNA mov emnpedletan Ppioketor ot0 ypopdcopo 4 kot
avapépetor oG mepoyn D4Z4. H meproyr) D4Z4 pmopet va Bewpnbel og xévipo
eAEYYOL 61O Ypoudcoua 4 Kot glvar vTELOHLVN Y10 TNV KATAGTOAN TWV YOVIOI®V TOL
elvar tomkd og ovto. Zto FSHD, 1 meproyr) D4Z4 dev hertovpyel cmoTd Kot £l G
amotédecpo TV avénuévn  dpactnpotnto  yovidiov mov cvvibwmg Ba Mrav
ocwwmAd. H peiopévn dpactnpiotta oy mepoyr] D4Z4 umopel va eivon emedn
etvar pukpdtepn amd v kovovikny (FSHD1) i vdpyet éAdetyn dpactnplotntog o
Ao yovidro (SMCHDI) mov kavovikd Ba evepyomorovoe D4Z4 (FSHD2). Ko otic
dvo mepumtdoelg, pe v mepoyn D4Z4 va egivor avevepyn, vmdpyet emaxdAovdn

VIEPOPOCTIPLOL. OPACTNPLOTNTA EVOC YELTOVIKOL Yovidiov mov ovoudletor DUX4
(Statland et al., 2016).



2.2 EITAHMIOAOI'TIKA XTOIXEIA

H npdécsomo-opo-Bpayidvio poikn dvotpogio eivol mayKoouimg dtavepmpévn,
empedlel ta 600 EVUAN 100TIHA KOl gV £XEL 1O0UTEPT] QUAETIKY], YE®YPAPIKY M
ebvotikn xatavour|. Eivar n mo dtadedopévn amd toug evvéa KHPLOLEG TOTTOVG MVTKNG
dvotpopiag mov emnpedlovv evilikeg kKot toudid. [Iponyodueveg pedéteg vmordyloov
Tov emmolacpd o€ mepimov 1 otovg 20.000 avOpmmovs. H nhkia évapéng pumopet va
KopovOel and ™ Ppepkn nikia €wg v evniikioon. H evoeyduevn éxtaon kot o
Babuog ammielag poov givor emiong moAd petapint). H npdyvoon yio 1o FSHD
neplopPavel am®AEL HUTKNAG SVVOUNG TOV TTEPLOPILEL TOGO TIG TPOGMOTIKEG OGO Kot
TIG EMOLYYEAUATIKEG OPACTNPLOTNTES KO TEPITOL TO £VA TETAPTO TOV AGHEVOV AVD T®V
50 et@v amartovv T xpnomn avornpikng kopékiag (FSHD Society, 2019).

Av ko 1 e&éMéEn tov FSHD elvan apketd petafintn, eivar cuvibog oyetikd
apyn, HE TOVG TEPIOGOTEPOVS 0GBeVEIC Vo avamTOGoOVY ooy Hoikn advvapio Emg
v NAkia tov 20 €TV o€ dvopes Kot £mg v nAkia Tov 30 etdv ot OnAvKA.

To tpravta to1g eK0Td TV VEOV 0GOEVOV OV £YOVV TPOTYOVLEVO OKOYEVELKO
OTOPIKO TNG VOGOL KOl €lvol OmOTEAECUO. GLYYEVOLG OLOOPUNTNG  YEVETIKNG
petdAlaENG. ATO TN OTyU] WOV  LEAPYEL, ®GTOGO, LETAOIOETOL YEVETIKA L€
OVTOCOUATIKO Kuplopyxo TpoOmo. Avtd onpaivel Ot Evag mAnyévtog yovéag £xet 50%
mBavoTnTo Vo TEPAGEL TO YEVETIKO eAdtTtopa o€ KaOe mandl (FSHD Society, 2019).

[lepinov 10 95% tov mepumtdcemv eivor yvootés ¢ Tomov 1 (FSHD mov
ocvvdéetar pe 10 ypopocoue 4, emiong amoxaiovuevn FSHD1 v Tomog 1A). H
FSHD1 cvvdéeton pe amarolpég v povédwv D4Z4 cto ypopocopo 4.

To vrorowmo 5% twv mepurtodcewv FSHD é&yovv meproyég D4Z4 wovovikov
punkovg oto ypoudcopa 4 kot ovopdalovtar Tomog 2 (FSHD2, ovopdleton emiong
Tomog 1B). H mietoynopio tov FSHD2 €yer ocuvdebel topa pe petodrdéelg oe éva
yovioro mov ovopdletor SMCHDI, ot0 ypopdcopa 18. Yrdpyovv aképa ~ 2% tov
nepumtooewv FSHD dyvootg yevetung autiog (FSHD Society, 2019).

Toéco to FSHD1 660 kot 1o FSHD2 €yovv mapdpowa cvpntopata. [apdro mov
TOL YEVETIKA aitia gfvon S1opopeTIKd, Kot ot 000 TOTOL PaiveTal va £(ovV To 1510 TEAMKO
OmOTEAECLLO, GE LOPLOKO €MimedO: TpoKaAovv TV meployn D4Z4 va €xel AMydtepo amd
T0 QLOOAOYIKO emimedo peBvAimong, mpdypo mov emrpénel oto yovioro DUX4 va
anokwokonomBel. 'Etotl, mapd 1 dSwapopetikny yevetkn, n FSHD1 kot n FSHD2
eatveror va givon 1 10 acBévera (FSHD Society, 2019).

2.3 KAINIKH EIKONA

Ta KhMvikd cvpntopota peaviCovior cuvnBmg Katd tn odpkela g 0evTEPNS
dekoetiog Kot yopaxtnpilovral amd TPOOdEVTIKY HVTKN advvapio, opykd omd Tovg
HOEC TOV TPOGMTOV, TOV MUOTAATOV Kol TV Bpaxldvev, mov cuyva eueoviCovv
£VTOVN aovUUETpio KOl OpyOTEPO EUTAEKOLV TOVLG KOWAMOKOLG HLG Kol TO HLIKO
ochoTua TOV KaTe drkpov kat toduwy (Richards et al., 2012).



Mio onuavtiky] HETAPANTOTNTO TG KAMVIKNG EKQPAONG TOpOTNPEiTAL GLYVA,
KON KOU HETAED TV UEADV TNG OWKOYEVEWS TOL €xovv TpooPAndel. Apykd
nopovctaleTal advvapio TPOsHTOV.

Ewéva 1: Kivikn e1k6va: aduvopic Opov, aduvepic mposanov

Mnyad: https://www.mda.org/disease/facioscapulohumeral-muscular-dystrophy/signs-
and-symptoms

Emiong, n poikn eumiokn) FSHD 6nwg avaeépOnke exivael 610 TpdGmTO Kot
egeliooetal o1yd-o1yd otovg PoEg Tov MOV Kot Tov dve PBpayiove (Ewova 1 ). H
TPO0J0G NG VOGOL gival cuVNOMS GYETIKA apyN], EVO Ta TPOSPEPANUEVA dTOMO GUYVEL
avTILETOTILOVV apKeTd HeYAAES TEPLOOOVG VPEONG Kot EMImMOVES TEPLOOOVG HVTKNG
@Bopac (Richards et al., 2012).

[ToAdol GAlol, pn pvikoi otol emnpedlovion emiong OTMG €ivor 1 ATOAE
aKONG VYNANG ovyvotmrag. Mmopel emiong vo TOPOLGLIGTOVV JVGYEPELES TOL
KEVIPIKOV VELPIKOV GLGTNUOTOG Kol eMANyic. AALEC AyOTEPO GLYVEG KAVIKEG
EKOMADOELS TTEPILOUPAVOVY TNV OVOTVELCTIKY OVETOPKELL KOl OLGYEPEIEG OTNV
Kopdld ov pmopel vor peovictovy oe cofapd mpooPePAnuéva dtopa. O PBabuodg
coPapdmrag ¢ vocov oty FSHD oyetiCetan pe dwbpopovg mopdyovtec. [a
mapadelypa, ot yovoikeg mov  €yovv  mpooPAnbel  elvar  ovvBwg  Arydtepo
CUUTTOUATIKEG amd TOVG Avopeg Kot ot mAKiopévolr acbeveig emnpedlovion
neplocotepo. Katd cvvéneln, mepimov 10 15-20% tov acbevov tedkd ypeidlovron
ompiEn and avamnpkd opalidle, eved GAho pmopel vo TOPOUEIVOLY OLGLOGTIKA
OCLUTTOUOTIKE, Tapovstalovtag AMya, KAwvikd yopaxtnpiotikd. [lapd v epeavn
Voo PATNTA VNG TG SUTAPAYTS, VITAPYOLV Ay GTOLYEIN Y10l LELWUEVO TPOGIOKILO
Conc (Richards et al., 2012).


https://www.mda.org/disease/facioscapulohumeral-muscular-dystrophy/signs-and-symptoms
https://www.mda.org/disease/facioscapulohumeral-muscular-dystrophy/signs-and-symptoms

2.4 XPONIOX ITONOX

[Ipdopateg épevveg deiyvouv OTL 0 ypdviog mOVog pmopel va givor €va
ONUOVTIKO  TPOPANUO o€ WOAAG  dTopor  pE  ypOVIOL  VELPOWVIKT VOGO
CLUUTEPIAOUPAVOUEVOV OA®V TOV HOPO®OV HVIKNAG dvatpoeiag. H poikn dvotpoeia
(MD) eivor pior opado YEVETIKG O0KPITAOV dlotapay®y mov yoapaktnpilovtal amod
TPOOdEVTIKY  advvapio kol OVOTPOPIKEG HETAPOAEG OTOLG HLG HE  OMAELN
(QLOLOAOYIKOV HVIK®OV VOV Kol OVTIKATACTAON He Amog kot cuvdeTiko 1otd (Snider et
al., 2010).

H évtoon tov moévov eivar pion amd TG MO KOWEG OOOTAGEL TOV
a&loAoyodvtol amd KAWVIKOUG 10Tpods Kol EPELVNTEC TOV  OVTILETOTILOLV Ko
peAetovv tov wovo. H peiwon g ocuvolkng €viaong tov moévov givar emiong To
TPOTLTO UE TO Omoio Kpivovtal ol meplocdTepes Bepameiec mdvov. QoTOG0, TAPOAO
OV M HESM £VTOoT TOVOL Elval GNUOVTIKY TEPLOYT TOVOL, GAAOL Topelg TOVOL glval
emiong ovvnTkd onuavtikoi (my. ovyvoétmra mdvov, OldpKewn, Tomobecion Kot
To0TNTO) ®G TOPAyovieg mov Oa umopovsav vo cupPaiovy ot duoAsttovpYia TOV
acbevovg, Wwitepa og dtopa pe ypovio movo (Abresch et al., 2009; Miro et al.,
2012).

H éktaon tov movov elvor €vag yoplotdc topéag omd tnv £viaomn Kot
AVOQPEPETOL GTOV GUVOAKO 0Pl TV TEPLOYDOV TOLV GOUOTOC pe ovo. H épguva
delyvel 011 awtdg o0 Topéng Tov mOVOL umopel emiong va givol oNUAVTIKOS Yo TN
Aertovpyion Tov acBevovg. Oleg or peréteg mov OMUOCIEVONKOV CYETIKA HE TIC
EMNTOCES NG EKTAGNG TOL TOVOL €xovv deaybel oe acbevelg pe PLOGKEAETIKA
npoPAnuata. Ta amoteléopato amd ovTEG TIG avaEOpPES delyvouy OTL VtooTnpilovv
otL M pétpnon tov apBpod TV onueiV ToL TOVOL UTOPEl VO EVOL CTULOVTIKY KOTA
mv a&oAdynon tov tpoPAnuatog tov movov tov aobevovg (Kamaleri et al., 2009;
Mir¢ et al., 2012).

H onpacio g e€étaonc tov mOVOL KOTA TV EKTIUNGCT TOL TOVOL KOl TV
EMATAOGEDV TOV GE ATOUN UE YPOVIO TOVO EVIGYVETOL OO OEOOUEVE TTOL dElYVOLY OTL
N éKTOGT TOL TOVOL GLVOLETOL CNUOVTIKG LE TNV TOPEUTOSIGT TOL TOVOL KOl TNV
yuyoroyikn Asrtovpyia. Eivor mpogavég Ot pia meplektikn agloAdynon avtdv tov
atopwv Oa arortel TP amd TV oA aSoAGYNoN TG GUVOAIKNG 1) YEVIKNG £VTOONG
TOVOL Ko O Aot GEL T CLYKEVTIPMOT] TANPOPOPIDY GYETIKA He TV évtoon Kdabe
npofAnuatog tov tdévov. ‘Etot, o avtdv tov minbucpo, Ba mpénet va tpowbnbei 160
1 TOGOTIKY] OGO KOl 1 TOOTIKN eKTiuNon g eunepiag omd tov novo (Carnes et al.,
2007; Snider et al., 2010; Miro et al., 2012).

O movog Kol M KOT®O™N €ivol KOWVE EVPNUATO GE ATOLO LE TN GLYKEKPULEVN
nabnon kot ovyvd moapapelodvior. Xe perétn tov van der Kooi et al. (2007)
avagépetol 6Tt 0 TOVos epeaviletal oto 77% tov TANBvopov ¢ peAétng Tovg. H mo
ocvvnOepéEVN TN YT TOVOL KaTaypdpeTon Tl evtomileTon YOpw omd Tic aphpdacelg 6mov
nopaTnpeital pouikn advvoapio: OOl Gve TAATN, YOVOTO Kol OGQUIKEG TEPLOYES
eEartiog g vrepmlaciog. O mOVog pumopet emiong vo emmpedletl Kot TV aAAayr otV
yuyoloyia Tov atdpov. O ypdviog movog Bo Tpémet va ovTIeTOmileToL PE KOTAAANAL
avOAYNTIKE kol aviwkotablmtikd, ov elvol amoapaitmto, ywo T PeAtioon g
nototrag ong Tov atouwnv avtav (Tawil et al., 2014).



2.5 ANAIINEYXTIKH-KAPAIAKH ANEITAPKEIA

H avamvevotikn avemdpkelo pumopel vo epeaviotel oe Ayotepo amd 1 toig
exato tov atopmv pe FSHD edv n poikn dvotpogio emnpedlel ToUg 0vamTvELOTIKONS
poeg. O acBeveic mov mapovsidlovv coPapd cvopmtdpata 0o Tpénel va eetaloviat
yw v mbavoétnto avamvevoTik®v Olatapoymv. To dropo mov  ypedlovron
YEWPOVPYIKN TapéuPacn mpénel vo vroPAnbovv oe mANPN €EETOOT TVELUOVIKNG
Aertovpyiog. [Tvevpovikn e€étaon cuvictdton Eniong o€ dropa pe cofapn avemdpreLo
KWNTIKOTNTAG 7ov eugoviCouv moeMkn advvopio Kot GTtopo wov Topovcstdlovv
TOPOLOPPMCEL OTN OMOVOLAMKY GTAAN TPOKAAMVTOG avoUoiio otnv Oopakikn
koot ta. H doxnon mpémer vo evBoppiveton kot 1 eKTOidELON TOV HOOV TOV
aVOmTVEVOTIKOD umopel va evioyboet tn poikn ovvaun (Statland et al., 2016).

Ye TepImTOOY OVATVELSTIKOV dlotapoydv ypeldletor 1 copPoir Tov
evcoBepamevtn 0 omoiog Oa mpémetl va a&lodoynoel TV avaykn v o&uyovo. Mmopet
VO TPOCOEPETAL EKTOIOEVOT] OVOTVEVSTIKAOV HLAOV, OAAGL OEV LIAPYOLV EMOPKN
OMOOEIKTIKA oTotYEl TOL VO LTOoSTNPILoVY 1 VO AVTIKPOVOLV T1 YPNOT OCKNCEDV
avVamvong Kol OCKNGEWV OOPOKIKNG KIVNTIKOTNTOG OT GLYKEKPUEVT] KoTnyopia
acBevov. H ypnon o&uydvov cuvietdtonl OTIG TEPUITAOGES TOV VLEAPYEL cofopn|
duopopeia otn wpakikn kotldtro (Bott et al., 2009).

Ot acBeveic pe poomabeia Eyovv peydin avdykn euolofepameiog yio va Tovg
TopEYEL  mOpaKoAOVONON Mg Atovpyiog  TOL  AVAMVELCTAPO  KOL NG
ATOTEAECULATIKOTNTOG TOV Py0, KoO®G Kot mpaypotikn Bondeta yio v kdbapon twv
aepayoyov. H un coom ko £ykopn epovtido pmopel va 0dnNynocel 6e GNUOVTIKA
OVATVELGTIKA TTPoPAnpata, tn cvvnBéotepn ortia BvynodTag G QLT TNV ORAdA
acBevov, Wwitepa dtav n achBévela kot n poikn advvopio eEediccovion. H Oepomeio
pe o&uydvo mpénel va yopmyeiton pe peydAn mpocoyr. Ilpéner va diveton 1daitepn
TPOGOYN TNV KAvOTNTO Tov 000evoUg va ektehel Tig teyvikés. H mpotipunon tov
acBevoig mpémel va Aappdvetal voyn amd Tov PLGLOBEPUTEVTN KATA TNV EKTEAEON
TV teYVIKOV. H péytot wavotnta eueionons mpénet vo ypNOUYLOTOLEITOL TAKTIKA
®¢ PéGo Yoo TN dwrhpnon ¢ kivinong 6touvg TVEVUOVES KOl GTO TOLYMUO TOV
Oopaxa. Mepwol acbeveic pe mpoun voco pmopel vo weeAnbodv amd v
gkmaidevon tov avanvevotikdv poov (Bott et al., 2009).

Opiopévor acBeveic pe FSHD avoanticoouy advvapio avamvensTik®v Humv
OV UTOPEl VoL OONYNGEL GE OVOTVELCTIKY OVETAPKEWD Kol ovaykn ywo Pondeia
HUNYOVIKOD OVOTTVELGTNPO (.. VUXTEPIVY] TECT OEPAY®YOV), OV KOL OUTH 1] ETTAOKN
etvar aocvvnBiotn. Ot acBevelg pe ypdvio AVATVELGTIKY AVETAPKELD OO VELPOLVTKN
OYETIKN advvapic cvyvd Ogv €YOUV KAOCGCIKE GULUTTOUOTO OVETAPKELNS TOL
OVOTVELGTIKOD GLGTHLOTOS (OMNAaOT pPavig d00oTvola). ¢ €K TOVTOV, 1) EMIKEILEVN
OVOTTVELGTIKN OVETAPKELD UTOPEL VO apyICEL LE OVOTVEVGTIKY] OVETAPKELD KLPIMG
KOTO TOV VIV, LE OMOTEAEGLA TV LILEPPOAIKN VIV KOTA TN SEPKELD TG NUEPOS
M tov un kaAd vvo (AAN, 2015).

H avoanvevotikn avendpkela oe acheveig pe FSHD, cuvendg, umopet va eivat
EUQOVING HOVO HECH NG OOKIUNG TVELHOVIKNG Aettovpyioc. H  avamvevotikn
OVEMAPKELDL OMOTEAEL ONUOVTIKY TNy voonpdtntag o€ acbeveic pe meplocdTEPOVC
TOMOVg MVTKNG OvoTtpoeiag kot pmopel va dwrtapdéel coPapd Tov Vmvo, TIG
KaOnpuepvég dpaoctnprotnteg kot v mowotnta Long. H mpoywm mapéufoocn pe un
emepPatikd unyavikd aeptopd odnyel o Pertiopévn mototnta (ong (AAN, 2015).

10



O KMvikot yuotpol mpémet vo AapPévouy dOKIES TVELLOVIKTG AglTovpyiog o€
oAovg toug acBeveic pe FSHD. Ot acBeveic o mpémel va mapakoiovBodvtot ToaKTiKA
€qv  mopovclalovy PN QLGLOAOYIKG OTOTEAEGHOTO OOKIUAV TG TVELHOVIKNG
Aertovpyiog 1 OTOOVONTOTE GLVOLAGLOV GOPRAPNG EYYVG AOVVAUING, KVPOCKOAI®MONG,
e€apong amd avamnpikny moAvdpodva 1 cuVONKOV Tov pmopel va exnpedcoovy TV
avoamvevotikn Aettovpyia (AAN, 2015).

Ye aobeveig mov €govv FSHD pe ocvumtopoato vaepforkne vmvniiog kotd
OLIPKELD TNG NMUEPOG N U1 OVAGTOATIKOD VITVOU (T.). CLYVES VUYTEPIVEG APUTIVIGELS,
TOVOKEPAAOVE TPMOIVOV), 01 KAIVIKOL ylortpol Ba Tpémel va mopaméumovy toug acbeveig
v S10fodAEVOT HE TOV TVELHOVIKO 1 TOV VTIVO Yol v ANeBel vdym 1 voktepvi
TapakoAovONoN TOL VITVOL 1 VUKTEPIVY] Un emepPotikn e£oepioptd TPOKEUEVOL VL
BeAtiwbei n mordtnto Long. Ot acBeveic pe FSHD Oa mpénet va e€etdlovtol mpv amd
YEPOVPYIKES EMEUPACEIC TOV AMALTOVV YEVIKN avoucOncio, koM avtég ot doKIEG
LITOPOVV VO. ATOKAADYOLV OGVUTTOUATIKO ovamvevoTikd cuuPifacud (AAN, 2015).

H ocvomuartiky avackdnmnon amokdAvye moAd Atyo otoryeio yio kopolokég
avopoieg otn FSHD. Eniong, ta dedopéva eivan avemapkn yio vo, vtodeiovy 0Tt ot
acBeveic pe FSHD eivor evaicOnror oe xopoakés appvbuiec. Xuvvenmg, m
ocvvnOiopévn niektpokopdloypagiky e&étaon eivar mepttn o acbeveic pe FSHD ot
omoiotl eivan acvpmtopatikol. Ov acbeveig pe FSHD Oa mpénel va vrofdailovion o
KopOwKY 0E0AOYNoN €GV EUQOVICOVV EUPAV] ONUEIL 1| CUUTTOUATO KOPOLOKNG
vocou (my. dvomvola, Bwpokikd diyoc, aicOnua mailpov). Qot0c60, 1 povtiva TG
Kapdwokng OlaAoyng dev  eivor  amapoaitntn, eiieiyel kapdokdv onueiov 1
ocvurtopdtev (AAN, 2015).

2.6 AIATNQXH

H mo okppng pébodog dwbyvoong meprhapPdver yevetikég e€etdoels Héow
efetdoewv aipatog. Enuepa, o mo alomotog TPOMog Yy T Odyveoon TG
facioscapulohumeral muscular dystrophy (FSHD) eivot pe po doxun yio éva pikpd
Koppdtt mov Aeimer and DNA oto ypopdcope 4. Avty n dokiun, n omoio
TpoypaToTolEital og KOTTOpa aipatog, Bempeiton e€apetikd axpiprg vy 1o FSHD,
Yovidlo €xel avayvoplotel ¢ GUVOEOUEVO HE TN STOPOYT. X GTOUO TTOL £XOVLV
OLKOYEVELNKO 1GTOPIKO TNG vOGoL Kot mapovstalovv evdeiEels, o eEétaon DNA
elvar yevikd 6Aa 6ca tpémetl va yivouv yio va emPefaiwbel n mbavotnta eppdviong
tov FSHD (MDA, 2019).

e MOAAEC TEPUTTAOCELS, MGTOGO, ATOUN TTOV OEV £YOVV OIKOYEVELNKO 1GTOPIKO
vroyidlovtar 6Tt £xovv gite FSHD gite kdmota GAAN vevpopvikng dotapayn. Xe ovTég
TIG MEPMTOGELS, €lval duvaTdv va yivouv mpdta Mydtepo damovnpd Kot AyoTepo
e101Ka mepdpata and ™ dokyury DNA FSHD (MDA, 2019).

Mo dokyn eivor €va emimedo Kpeatvikhg kivdong . Avty n dokipacio, n
omoia Tpaypatomoleitan eniong oe delypa aipatog, Hetpd v mocodTNTa VO VDOV

YVOGTOU MG KPEATVIKY Kvdon o10 aipa. Otav ta poikd kKdttapo Katappeovy, Ommg
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https://www.mda.org/quest/article/simply-stated-the-creatine-kinase-test

ocuppaivel oTIc PVTKEG SLOTPOPIES KO GE KATOLES AAAEG dlaTapayES, TO EMIMESO TNG
KpeaTvikng Kvdong i e CK eivan avEnuévo. H kivdon g kpeativing ovoudotnke
npdNV kpeativn poceokivacn 1 CPK (MDA, 2019; Masciullo et al., 2013).

"Evag dALog TOTOG dtoyvewoTikob Te0T glvarl 1o niektpopvoypaenua 1 EMG ,
T0 OmOl0 HETPE TNV MAEKTPIKN JdpaocTNPlOTNTA O6TOLG HLS. Mia TayHnTo
ayoyuoémrag vevpov ,  NCV, unopet emiong va yivel dokiur. Avtd mepthopfdvet
HETPNON TNG TOYVTNTOG TOV GNUATOV TOV HETOKIVOUVTOL OO VoL TUNLO EVOC VEVPOV
oTO GALO.

Mo dAAN SloyveoTiky] dadtkacior Tov yivetal HePIKES QOPES eivor 1M HLIKN
Boyia . Xe avty ™ dSdikacio, Aapfdveror €vo pkpd KOUUATL HLGV, UE TOTIKY
avaioOnoia, covnbwg amd to ¥€pt | to TOOL Ta delypata Proyiog amokaAvTTOLV
KUTTOPIKEG KOl LOPLOKES OVOUUAIEG TTOL VTOSEIKVOIOVV OPIGUEVEG HVIKEG OLOTOPOUYES
Kot amokAeiovv ahhovg (MDA, 2019; Masciullo et al., 2013).

O Poyieg TtV podv TPOyUATOTOOVVTOL AYOTEPO GLYVE amd O, TL GTO
napehBoOv, edKd otav vrdpyet po e&étaon DNA yoo ™ voco mov vroyialetor o
YTpdC TPOKOAMVTOG TO ocvpmtodpote - Omwg ovuPaiver ywoo to FSHD. H
OCULYKEKPIUEVN HVIKT] SVOTPOPio UTOPEL VAL GLYYEETOL e TNV TOAVULOGITION, 1| Omoia
dev elvar o0Te yeveTikn acBévela ovte poikn dvotpoio. Mmopel eniong va cuyyéeton
LE OPIOUEVES GUVONKEC TOL VELPIKOD GLGTNLATOG OV OeV lvar HViKEG dtatapoyég
(MDA, 2019; Masciullo et al., 2013).

2.7 AZEIOAOI'HXH AEITOYPI'IKHYX IKANOTHTAYX MEXQ «TEXT
BAAIZHX 10 METPQN»

Ot dokipacieg Padiong xpNOLOTOOVVTOL G TOAAEG LEAETEG OE aoBevelg e
ypoVieg mabnoelg ol omoieg eivorl KATOAANAES Yy TV a&lOAGYNON AELTOVPYIKNG
wKavoTtag TV aclevav. Agv yperdletar Wwitepog eEomAoUOg evd Ogv €xel Kot
peydao k6otog. X1 PipAoypapio vdpyovy TOAEG HEAETEG TTOV YPMNOCLUOTOINCAY TN
oLYKEKPIUEVT dokipacio og dtopa pe dtbpopeg mabnoeis. tnv épegvvo tov Matthew
et al., 2018 ypnowonombnke to teot Padwong 10 pétpowv oe 20 amnd tovg 24
acBevoig acBevelg. Ot TE6GEPIG CLUUETEYOVTEG TOL OEV TPOYUATOTOINGAV TO
OVYKEKPIUEVO TECT TO EKavav Ady®m ovoacediewc. To teot tov 10 pétpov
EKTEAEGTIKE GE OLOLOLOPOT EMAvELN pe pokéTes. Olot ot cuppetéyovteg Eekivnoay
0€ GTAGCT Kol TOLG 00ONKE 1 EVIOAN| VO TEPTOTOVV TOGO YPNYOPO. KOl LE AGPAAELD OGO
Umopovsay, HE TO XPOVO TOL KOTAYPAPNKE amd TO onueio «ekkivnong» omnd Tov
0OKOVUEVO UEYPL TO onueio va daoyicel T Ypouun teppoticpov. Ta amotedéopota
Katédelle Betkd amoteAéopoTo 6T HUTKN palo Tov acbevov Kot TPoTeiveTal 1 un
KaO16TIKY GVUTEPLPOPA OTIC LLikEG duoTpoeieg (Matthew et al., 2018).
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https://www.mda.org/quest/article/simply-stated-emgs-and-ncvs
https://www.mda.org/quest/article/simply-stated-emgs-and-ncvs
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https://www.mda.org/quest/article/simply-stated-muscle-biopsies
https://www.mda.org/disease/polymyositis

2.8 OEPAIIEYTIKH ANTIMETQIIIXH

Aev vmapyet Oepomeion ywo ™ voéco. H Oepomeio emikevipovetor oty
vrootNPIKTIKY Bepameio yio va fondnoel tov achevn va yepiotel to countopato. H
euotkobepaneio amoteAel Pacikd HEPOG TG dtaXEIPIoNG TNG.

o'Hmeg aocknoelg younAng éviaonc. O @uclofepoanevtng pmopel va
TPOYPOUUATIGEL EVOL AGPOUAES TPOYPOULLO AGKTOTG.

e Mn o©TEPOE  AVIIPAEYHOV®DON  @appoko. Avtd  pmopel  va
SLEVKOAHVOLV T HVTKN AEYHOVY| Kot TOV TOVO.

e Otk otepéwon. -H yepovpykn eméuPaocn pmopel vo kpatnoel
Aemida. oL ®pov og éva onueio yw vo Ponbnoer Tov acBev va
xpNoonomoet ta yépto Tov / mg. Opmg n yewpovpykn enéppaocn dev etvan
TAVTO ETLTUYNULEVT).

e YV0KeVEG VTOGTNPLENG. AvTtég mepthapPdvovy vrootpiypata TAGTNG,
namovTola VYNAoL emmédov kKAn (Lu et al., 2019).

Ta dropa wov tdoyovv and FSHD cuvictdvian vo avalnmoovy cupuovAés pe
évav puotlofepamevty). H apywm owafodrevon pmopel va mepthapupdvel ) GuVoAKN
a&lohdynon g woppomiog, g Padiong, TS 6TAONG TOV CAOUATOG Kol TG TOUVIG
avaykng yw t xpnomn Pondnudrov yo ta todio. Xopemva pe kébe dropo, pmopet va
npotodel KATAAANAN oywyn AGoknong mov mepthapuPdvel 10600 aepofieg 660 Kot
avaepOfleg aoknoelg ywo va  amogevyfel m  dwrtapayn S KvkAopopias. Ta
empealopeva  atopo  Bo  amoitobv  TPOOSEVTIKY  MOPOKOAOVONCT Yoo TNV
napaKoAoLONon G TPodOoL NG WLIKNG dvoTpoiag kol TV TPOoPANUdT®V
KivnTikodTTag kotd T1¢ Kabnuepvég dpaoctnprotnteg (Lu et al., 2019).

Onwg avapépOnke dev vrdpyovv mpog 10 mapdv eykekpiuéveg amd 1o FDA
Oepanciec yioo to FSHD. Opiopéveg @oprakoloyikég oTpatnyikésg EXouV OOKILOCTEL
vy vo dlmotodel edv emPpaddvovv 1 otapaticovy v e£EMEN TG vOGOL o
FSHD: ot doxipég avafoAlkav Tapayovimy, ovOGTOAENS HVOGTATIVIG, CUUTANP®ON
KpeaTivg Kol KOPTIKOGTEPOEWN Mrtav &ite apvntikég eite dev katéAnéov oTo
GUUTEPACLLOL.

Ov pelovtikég otpatnyikés BOepameiog Hmopovv va Y®PGTOLV G 000
Katnyopieg:

1) O¢gpameieg yio v avénon tov 6ykov 1 g SVVOUNG TOV LAV (avapoAtkol
TOPAYOVTES, OVOGTOAEIS LLooTATIVIG 1 POAMGTATIVIG).

2) Bepameieg yia v avaoyeon ¢ e£EMENG TG VOGOU (LOPLaKO YTOTTNU TV
DUXA4, 1 xatdvin otdyxor tov DUX4).

Muw dokiur) doknong kot aAPovtepoing, HOVN 1N OE GLVOLOGUO, &delle
Beitiowon otnv amopovouévn poikn dvvaun. H mpondvnon pe Bapn amoteieiton and

€va TPOOOEVTIKO TTPAYPULLO GTO OTOI0 TEPIAAUPAVOVTAL SUVOUIKEG KOl IGOUETPIKES
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https://www.ncbi.nlm.nih.gov/pubmed/?term=Lu%20J%5BAuthor%5D&cauthor=true&cauthor_uid=30881851
https://www.ncbi.nlm.nih.gov/pubmed/?term=Lu%20J%5BAuthor%5D&cauthor=true&cauthor_uid=30881851

aoknoels. H aepdfia Bepameio eivar mbBavov oeélyun yw to FSHD, oyt povo
Beltidvovtog Tnv Kopdiayyelakn vysio oddd kot avédvovtag v avroyn (Olsen et al.,
2005).

Ynrdpyovv opiopéves HeAETEG TOPATHPNONG KOt PEATIOON TG TEKUNPIOONG TNG
OEPAG TEPUTTAOCEMY GTY| AELTOVPYIO TOV OUMOV, GTNV TEPLOYN TOV OUOV TNG KIVIIONG
N ot PBeitioon Tov ®oBvAakloppNYUEVOL TOVOL pETE omd TN oTabepomoinon g
opomidtng (Van Tongel et al., 2013).

H mpotiuntéa xepovpykn eméuPaon eivor n otep€mon g O®UOTAATNG LE PloeG,
ovppata. N TWAAKEC HE 00TIKO pooyevua. Ilopdia ovtd, Oev  vEAPYOLV
TUYOLOTOMUEVEG OOKIUESG Yol TN GTHPIEN TOV OPEAOVG TTOL TOPATNPEITOL OTIG HEAETES
o0TE VTAPYOLV GOQPELG CLOTACELS Yoo TO Tolol oobeveic eivor mo mbavd va
enoeeAnfodv omd ovt) T Owdwacic 1 To PEATIOTO  YPOVOSIAYPOLLL NG
YEWPOVPYIKNG eméuPfaonc. To pelovektnuato ot otafepomoinon g OUOTAATNG
TEPIAAUPAVOVY TNV UETEYYXEPNTIKY OKLVITOTTOINGT], TNV avayKn Yo @uotofepameio
Kot Tig mbavég emmlokéc (Tpadpota Ppoyroedovg mALypatog M mhovi amoAE
AVOYKOOTIKAG avorvevotikng tkavotntag) (Van Tongel et al., 2013).
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KEDAAAIO 3
ANAAYOMENEX OEPAIIEIEX

Av Kor 0ev LEAPYEL CNUEPO OMOTEAEGUATIKY] (QOPLOKOAOYIKN Ogpameia, ot
TPOGPATEC AVOKOADWYELS EXOVV PEATIOOEL TNV KATOVONON HOG Yo TV TafoyEveoT TG
FSHD kot emétpeyav GTOUG £pELVNTEG VO E0TIACOLV TIG TPOCTADEEG TOVG GTNV
EMLYEVETIKN KOl TN LETAYPOPIKT pUOIOT] TOL OGLUTTOUOTIKA eKppalopevor DUX4
oe FSHD. To DUX4 givot €va peTpo- LETOPEPUEVO YOVIOLO HE OPKETEG EVOAAAKTIKES
napaArayéc patiopatog (Snider et al., 2010; Rickard et al., 2015).

3.1 'ONIAIAKH GEPAIIEIA BAXIXMENH XE OAITONOYKAEOTIAIO

Tig tehevtaieg tpelg dexoetieg €govv avomTuyOel OLPOPETIKEG GTPOUTNYIKES
OlOTNG YOVISI®V [LE OAMYOVOLKAEOTIOW Y10l VO, GTOXEVGOVY GUYKEKPIUEVA YOVIdLa Yo
™ Ogpameion HOAVGHOTIKOV Kot YEVETIKOV acbevelmv. Opiopéveg omd ovTég TIg
oTPATNYIKES YOVIOlaKkNG Bepameiog a&loroyodvial o€ KMVIKEG dOKIUES Kot 600 oamd
avtég elvan eykekpuéva eappoka (eteplirsen kot nusinersen) yio TG VELPOUVTKES
nabnoelg omd v Apepikaviky Yanpeoio Tpoginwv kot @apudxov (FDA) (Rickard
etal., 2015).

AlQOPETIKEG TPOTOTOMGELS TOV VPICTAUEVOV GTPOATNYIKAOV ovamtuydnKoy Kot
dtepevvnOnkayv yuo va Eemepactohv to Kowd mpofAnpata mov oyetilovtol Le oVTEG
TIG OTPATNYIKES YOVIdi®V, TepAapPavopévng:

(o) TG Kakng otabepdTNnTOg,
(B) T avemapkovg Tapoyns 6€ KHTTOPA-GTOYOVG,
(V) TV EMNTOGE®V EKTOG GTOYOV.

ApPKETEG TPOTOTOGELS OKEAETOD OLTMOV TWV OAMYOVOLKAEOTISI®MV PBEATIDVOLY
™ otobepodmtd. Ilpoteivikd memtidio 1 GAdo puopw cvvdvdloviar pe ta
OALYOVOUKAEOTIOWL Y10t VO AWENGOVV TNV AMOTEAEGLOTIKOTNTO TNG TOPOYNGS. 261060,
TETOLEG TPOTOTOMOELS GLYVA ALEAVOLY TNV TOEIKOTNTA Kol / 1] TV 0lVOGOYOVIKOTNTA.
Méypt onpepa, ot oTpatnykég 0AlyovoukAeoT™dimv eakolovBovv va eEedicocovtan
ypryopa kat Oa amotioovy mepartépm mpokAvikég pedéteg (Moreno et al., 2014).

I'a v FSHD, éyovv avoamtuyBel apketéc mpoceyyioelg yia v amopudvmon i
Vv anowkoddunon t1@v mRNA o1oywv, copmeprrapfavopévov twv shRNA, miRNA,
siRNA ko1 avtumAnpogoplok®v oAtryovovkAieotidiov (AON). Tlpwv amd 1o DUX4
BewpnOnke wg 10 artoroywd yovido g FSHD, 10 4q35 1o omoio epgvuvnOnke yuu
v evogyopevn coppetoyn tov ot FSHD (Moreno et al., 2014).
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3.2 MEIQIH THX MYIKHE ®AETMONHI MEIQ ANOXOAOTIKHZ
TPOIIOIIOIHXHX

[Tponyodueveg peréteg avépepav OTL Ot GOPOPEG PAEYHOVMOELS OMOKPIGELS
Bpénkav oe mepinmov 30% twv acbevov pe FSHD. Ou drumeg @Aeypovdoelg
amokpicelg, copmepthapuPavoprévng g evepyomoinong 1060 Twv EUEVTOV 0G0 Kot
TOV ENIKTNTOV 0VOGOAOYIK®OV ATOKpicemV, Tapovcidotnkay otovg FSHD pg, av kot

OLTOOVTICOUATO TOV aviyveDovTal cLVIOMS ot PVoGitda dev aviyvehOnkav ot
FSHD (Zhou et al., 2014).

EmutAéov, poplakéc HeAéTeg avEPEPOV EVEPYOTOINGT OVOGOYOVMOV YEVAOV OTOV
evepyomoteiton 10 DUX4 oe poikd wdttapa. Doappokevtikol mwopdyovieg mov
pLOUilovy TIC aVOGOAOYIKEG aVTIIOPACELS WITOPEL Vo w@EAGoLY TV acBévelo. Mia
TAOTIKY] SOk TG TPEdVILOVNG S1e&NyON Ko dev €d€1EE oNUOVTIKY EMIOPACT, OV Kot
ovtO Umopel vo OQEIAETOl OTN GUVTOUN OOKIUOGTIKY TEPIOd0 Yoo vo aviyvevOel
onuoavtikn Beitioon 1 kabBvotépnon oty Tpdodo g vocov. Eni tov mapdvtog, ot
KMvikég  dokyéc mov  efetalovv  p  avocopuvBuotiky  évoon, ATYR1940,
deEdyovian amd tv ATyr Pharma Inc. H évoon sivon mpoteivn Baciopévn ot
euolokptiky]  (ovvBetdon 1otwviikov tRNA) pe molhamiég Aertovpyieg Kot

moteveTon 0Tl pLOUIlet TIG avocoAoyIKEG amokpioels oTovg okeAeTikovug poeg (Tasca
etal., 2012).

3.3 BEATIQXH THX MAZAYX TQN MYQN ENEPI'OIIOIQNTAX TIX
ANTIZETAOMIXTIKEX OAOYX

[Tponyovpeveg peiéteg €dei&ov 6t to DUX4 odnynoe oty gvepyomoinomn tov
LOPLOK®V 000V TOV EUTAEKOVTOL GTNV OTPOPIN TOV CKEAETIKOV Hu®V. Mia mhovn
Bepamevtikn otpotnyky] o gival vo gvepyomocel avTioTOOGTIKES 000VG oV Oa
avtiotofpicovvy v atpogio TV POV mov mpokaieiton omd to DUX4 . H
pvootativn gival HEAOG TNG OKOYEVELNG TOL OWENTIKOV TOPEyOVTO LETAGYNLATIGHLOV-
B. PuBuilel apvntikd ™ poikn palo Kot Toug HETAYEVVNTIKOVS HOeG. ApKETA €10M pe
LETAALAYLEVT] LLOCTOTIVY] €XOVV LITEPTPOPIKOVG UVES, VIOoTNpilovTag To pOAO TNg
pvootativiig o¢ apvnTikd puduot) g poikng palog oe oAdkAnpo to coupo. H
LLOCTOTIVI LELDVETOL KATE T1 SIAPKELD TG PUGIOAOYIKNG OVAYEVVIIONG TV VOV KO
ot Muikég dvotpopiec. Apxetég pehéteg oe Lo €govv Ocifel  gvepyeTika
OTOTEAEGULOTO TOV OVOGTOAEMY HVOGTOTIVIG OV KOl oUTO Ogv €yl dOKIHAOTEL OF
HOVTELO TNG GLYKEKPIUEVNG VKNG OvoTpoPiag. Mo khMvikn peAétn mov e&€tace v
ACQPAAEWD EVOG OVTICOUATOS ££0VOETEPOONG TG Hvootativiig, MYO-029, detnyon
Kol KatéANEE 610 cuumEPAcua OTL O TaPdyovTag NToV 6YETIKE ac@aing (Rodriguez et
al., 2014).

3.4 AAAEX OEPAIIEIEX

AMlec mbBovéc Oepameiec meprhapfavovv Ogpomeion  doknong, KLTTOPIKN
Oepameio, KOOMOG KOl PEAETEC EVAOCEMV TOV GTOYELOLV HOPLOKES 000VG KOl OgV
pvOuilovtar cwotd amd 10 DUX4 . O televtaiog meptlappdverl €vov kKAMviKA
EYKEKPIUEVO avaoTOAED KIVAoMG Tupocivng (sunitinib), avocTtoAeic mOALUEPAONC
noAvmpomurlevoyAukoAng ADP (PARP1), 116 ko avtioewwwtikd. Ta kottapa FSHD
&xovv avaeepBel 6T etvar o gvaicOnta o 0EEOWTIKO 0TPEG. Mo KAVIKY LEAETN e
Brrapivn C, Prrapivn E, wevddpyvpo kot copminpopoato ceAnviov €oei&e mboava
0@&éAN Yo T vOG0. Ot mapepuPacelc AoKNoNg Kol GUUTEPLPOPAS Exovv emiong dei&et
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evepyeTikd amotedéopoto o dropo pe FSHD. Apxetéc kAMvikég OSOKUYEG mov
eEetalovv dapopeTikd cuvtayéc aocknoewv Ppiokoviar oe eEEMEN (Himeda et al.,
2016).

M mpdopatn pehétn Odiepevvnoe 1t ovvinén poProactodv FSHD pe
TpwToYEVElG MvoPAdotec omd vyn] dtopa Yoo Tt OOpbwon  elatTOUdTOV
dwpoponoinong oy KaAlépyela. Ot cuyypagels KatéAn&ov 010 GLUUTEPACHA OTL
neplocoteEPo and 10 50% g kavovikng pvofractdv amortnOnkav yio ™ oOpHmon
NG POIVOTVUTIKG KOl AEITOVPYIKA EAATTOMOTO TTOL Topatnpovvtal o€ FSHD. Qg ek
T00TOV, 1M Kuttopikny Oepoameio oto FSHD elvor dvvntikd ekt oAAd upe
neploptopovc. Extodg amd v emefepyocion Tov YOVIOIOUATOG, €VOGC HUETOYPOOLIKOS
avaoctoréag CRISPR / dCas9 otoyxever ot owdtaén D4Z4 yio va clond to
vrepPolikd exppalopevo DUX4 . H perétn xotédeiée ) duvatdTnTo YpNons
CRISPR avactoréa petaypapikd / dCas9 va d10pOmoEL TIG EMYEVETIKES EAATTOUATO
FSHD (Himeda et al., 2016).
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KEDAAAIO 4
OYXIOOEPAIIEYTIKH TAPEMBAXH

4.1 KAINIKEX OAHT'IEX

H ogvowoBepanevtiky moapéuPaon omv mpocwmo-ouo-Ppayidvio (FSHD) pvikn
dvoTpopion €lvol YEVIKA OMOOEKTH] OO TNV EMGTNHOVIKN Kowdtnto. Atdgpopot
OPYOVICHOTL TOYKOGUIMG £YOVV KATAYPAWEL KAMVIKEG GLGTAGCELS TTOL CPOPOLV TNV
doxnon oe dropa mov mhoyovv and FSHD, ywpic wotdéco va divovror axpiPeic
odMyiec ™G TPOS TN CLVIAYOYPAPNON TNG AOKNONG, ALY YEVIKEC TPOTAGELS YO TN
dwxeipton g dvotpoeiag. Evdsiktikd mapatifevior t€ooepic kKAvikEg 0dnyieg.

Apywa ot Tawil et al (2015) ek pépovc tg American Academy of Neurology
avVaPEPOLV:

«H agpdfra doxnon otnv FHSD oaiveror va eivar aceaing kot mbavdg oeéiun,
Omwg xel MOM amoderybel oe mMOAAEC GAAeg pLikEg dvotpoeiec. H aegpofra eivon
ONUOVTIKY Y10 TN QUGIKN KOTAGTOGT TOL atOpov. [l vor EAayIGTOTOMGOVIE TOVG
TPOVUATIGHOVS OO TUYOV TTMOGELS 1) VIEPYPNON, O TOTOG NG aepdfiag doknong Oa
mpEmel vo. TpocopuoleTor oto cvumTOpaTo Tov K0be acBevr. T mopdoerypo
TPOTEVETOL GTATIKO TOONAOTO avTi TOL SdPOUOV AGKNONG Yo 0cBevelg pe puikm
advvapio ota Kot akpo. Iapodro mov dev vmapyovv gpevvnTikd dedopéva mov va
vrootnpiCouv 6tL M doxknon evovvaumong elvar emProfng v tovg acbeveig pe
FSHD, nepattépm épevva elvar avaykaio yio vo Slevkpvicel katd TOG0 ovToH TOV
€ld0oVvg 1 Aok oM EMPEPEL LOKPOTPOOEG L OMTOTELEGLOTA GTT) AELTOVPYIKOTNTO.

O Khvikol Ba mpémetl va evBappivouv tovg acbeveic pe FHSD va cvppetéyovv og
aepOfro doknomn kpNg évtaomg. Xe acBevels mov evAPEPOVIOL Yol AGKTON
evouvlumong ot euotkofepamevtég Oo TPEMEL Vo YPNGLLOTOIOVV EAAPPIA-UETPLOL
avtiotoon, Aoupdavoviag vmoyn Tovg meplopiopos Tov  acBevr).  (Emimedo
tekunpiooncC)»(Tawil et al., 2015).

>t Muscular Dystrophy UK(2011) mapotifeto:

«O poérog TG doknong, TOV SITAGEMV Kol TNG XPNong opfoTik®dv pEGmV dev givat
KaAd kaBopiopévog ot Piioypapio. H vopobepancio amotelel tnv mpdn emiloyn
TOALDV Bgpamevtdv Yopig OpmG avtn) va gival tekpumplopévn. Ot Bepamevtéc Aomdv
Oa mpémel va mpoteivouv atopkd Bepamevtikd mpwtdkoria Pacilopevn ot cvyvn
a&loroynon» (Eagle et al, 2011).

O1King et al (2009) npoteivouv:

« Av évag acBevrg emBopel va Eekwvnoel éva Tpoypoppa doknong, Oa mpémel va
OMTOKTNOEL LETPNOELS TNG OPYIKNG TOL HVTKNG dVvauNg TP EEKIVIICEL TO TPOYPOLLLLL
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anokataotaons. Emeita o acBevig Bo mpémel TOKTIKA VO KAVEL ETOVOANTTIKEG
LETPNOELS, Kot Vo Ol T pel NUEPOAOYIO pe TNV AoKNoN 7oV emteAel Kabnuepvd Kot
TO GUUTTOUOTO TOV TOAVAOS oV TN EKAVEL. Me avtd Tov Tpdmo pmopel payvmpdecua
va Kofopicel av 10 mpdHypappo Tov akoAovOel gival amoTEAECUATIKO. Xe YeVIKEG
YPOUUES, Epepaon Tpémel va dlvetal oty aegpofia doknon (modnAato, mEPTATNLLA,
KoAOUTL) KaBmg elvar Aryotepo emPAafng yia Tig poikég tveg Kot BEATIOVEL TN QLGIKY|
KOTAGTOOT) TOL OTOLOLY.

Ou Tawil et al (2010) oe o oavagopd tovg and to 171° ENMC International
Workshop avagépovv:

«Apketég Epevveg €xovv Ogiéel mwg M Aoknomn pe péTplo avtiotaomn Ogv eivat
emPropfng v acBeveic pe FSHD. H ocvomuotikn aepdfio doknon otovg acbeveic
avToVG 08 PEATIOVEL LOVO TNV KOPILOOVOTVEVCTIKY KAVOTNTA OAAG KOl T emimedo
dvvaunc. H doknon Bo mpéner va exteAeitor yuoo tovAdyiotov tpeic @opég v
efoopdda yoo 30 Aemtd, oe o éviacn M omoio vo mpocappoletor oTnV HEYIOTN
KOpOwKY oLyvOTNTA avAAoyo pe TV MAkia tov atdépov. Ov acBeveic mov dev
UTOPOLV VO GLUUETEYOVY GE aegpOPflo  mPOypoppe GoKNoNG, TPOTEIVETOL MG
VIOKATAGTOTO 1) Aoknom evovvaumong pe pétpla avtiotacn» (Tawil et al., 2010).

4.2 AEPOBIA AXKHXH

O KMvikég eleyyopeves peréteg otv omoieg mpoomabodv va emPefoidcovv To
napamave etvor Alyeg wor Swkpivovior oamd pebBodoroyikn etepoyévela. Etot
kafBiotator  OVvokoAn 1 €aymyn ovumEPACUATOV  ®G TPOG TN PEATIOT
evotkobepanevtiky tpocéyyion oty FSHD.

Ye avtiotoyia e T meplocdTepeg KAMvikEG odnyieg or Olsen et al(2005) pelétnoov
™V emidpoon g aepoPilag doknong youning évtacng oe dtopo pe FSHD. Oxto
acBevelc ko entd vyeig eBelovtég cvppetelyav oe TPOYPAULR aEPOPLOC AOKNONG
ddpkerog 12 gfdopadmv. H péytom wovotnta tpdoinyng o&vyovov (VO2max), to
eoptio (W) kar 1 kopdiakr cvyvotnto (HR) petpriibnkav ce epyouetpikd modniato
KaBdc 10 Poptio aw&avdtav avd dvo Aemtd péxpt e€aviinong tov atdpov. Broyia
amo tov aplotepd EEm TAATY £ytve Yo TNV avAALGN TOL peYEBOVE Kot TOL TUTOL TMV
pUikdV vov. Axoun dstypota aipotog amoktOnkay Tpv kot Kotd v mapépupoon
v va kKabopiotovv to eminedo g kpeotvikng Kivaong(CK). Metd to mépag tov
TPp®TOKOALOL TapépPacng, ot acbeveic Pabuordyncov Tic ahlayég otn Asttovpyia
g Padiong, ) MLikny OOVOUN, TNV OVTOYY], TO EMIMESO AEITOLPYIKOTNTAG KOL TNV
KOT®OT  YPNOUOTOUDVTING £VOL  TUTOTMOMUEVO  epTNUOTOAOYo. Ot aAlayég
Babuoroyntnkav ¢ "yepdtepeg”, "apetdpfintec" N "Pertiopévec’.

H doxnon avénoe 10 VOmax otovg acbeveis katd 16+3% (p<0.002) kot katd
13+3% (p<0.02) oe vy dropa. To péyroto eoptio avénbnke katd 17+4% otovg
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acBeveig (p<0,002) ko katd 13+6% ce vym dropa (p<0,06). To VOz2max, 10 péyioto
@optio doknong kot To HR dev d1épepav onpavtikd Leta&d Tov opddmv g LEAETNG.
To CK dev dAace katd ™ d1dpKelo TG TPOTOHVNONG, OAAG TEIVEL VO LEIDOVETOL GE
6Aovg Tovg aoBevelg (amd 514+179 éwg 327+152 watd v efdopdda 6 NG
npomtovnong, p<0,08). Ot ovtoavoeepdueveg oAAOYEG  OTIG  KOOMUEPIVES
dpaocTNPLOTNTES YeVIKE BeATiddnKav otovg meptocoTeEPOoLs acbeveic (Zymua 4.1).H
Katavoun tHmov Puikedv wov dev petafAndnke pe v doknon oe acBeveig (iveg
tomov 1, 51+£7% évavtt 46+£9%, tveg tomov 2, 49+7% évavtt 54+9%) 1 og vy dropa
(iveg tomov 1, 62+5% %, tveg tomov 2, 38+5% évavtt 36£13%). H katovoun tov
TOTOL TOV HVIKOV VOV dev dEpepe PETAED TV OUAO®V TPV 1| HETA TNV AoKNOoN.
Téhog, n doknon dev dAAace t0 pHéGo eUPadd TV PLIKOV VAV o€ acbeveic (6.648+
1.026 évavtt 6.802+399 um?) 1 o vym dropo (4.175+432 évavtt 4.750+£289 um?)evéd
ot acBeveic glyav vyMAOTEPO HEGO gpPadd puikav wvav (p<0,02). Zvumepacpoticd ot
ovyypageils KatéAn&av mwg n agpdfia doknorn BEATIOVEL T PLOIKN KATAGTOOT TOV
acBevov avtodv yopic va mpoevel poikég Prapeg (Olsen et al., 2005)
W Improved

114l

Walking Strength Endurance Level of activity  Fatigue

OWorse
BUnchanged

O = N W & O 0 N OO v

Syquo 4.1: Avtoavaeepoueveg oAAayéc otTic opaotnpldtteg mov oyetiCovionl pe v
kanuepwvn {on og okTd acbevelg e TPOCONO-OUO-Ppaytovio puikn dvetpoia PETA amd 12
epdopadeg doknong. O dEovag y oavimpoomnevel Tov optliud TV GUUUETEXOVIOV OTNV
épeuval.

To svpiuata tov Andersen et al (2013)dgiyvouv Ot kKo 1 doknon vYNANg éviaong
etvar yevikad kaAd avektn o€ acbeveic pe FSHD. Meta&d dAlov mévte acbeveilc kot
OKT® VY Atopo VTOPANONKav ce pio Héytom kot 1é6cepig vopéyiotes (65%, 75%,
85%, 95% tov VO2max) odokipaciec oe gpyopetpikd modoniato. H mopakdtom
(QOPLOVAL YPNCLULOTOMONKE Y10 TOV VITOAOYIGUO TNG TPOGANYNG TOL 0&VYOVOUL:

Y1ox0cVO2max= (VO2max-2VOzrest)* (rocooto évtaonc%)+VOzrest

O dokpaciec ota 65% kar 75% tov VOz2max amoterlodviav amd 20 Aentd cuveyovg
TOONAOTIKNG Ko 0 écog 6pog VO2 Yoo OAOKAN PN TN SOKIUN YPNOUOTOmONKE Yo TNV
a&lordynomn g éviaonc. Ot dokipég oe 85% war 95% tov VOzmax amotelodvtav
amod S5 owotnuato doknong 4 Aemtd to kobéva, pe 3 Aemtd yopic @optio oTo
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mooniato. O pécoc O0poc VO2 katd 10 televtoio Aemtd Kdbe OlaoTHHOTOS
ypnoporomOnke yuuo v a&ordoynon g €viaong. Katd m didpketo avtod tov
TEAELTAIOV AETTTOV, 01 Kapdlayyelokég anokpicelg Ko 1 VO2 £xovv pTacel o€ otabepn
katdotoon. Ztovg acbeveig e FSHDta enimeda g kpeatvikng Kivdong enéatpepay
oTo apyIKA eminedo 24 ®PEG UETA TNV AOKNON, EVO GTO VY| GTOUN TOPEUEVOV GE
vynAa erinedo (Andersen et al., 2013).

Ye endpevn épevvd tovg ot Andersen et al (2015) pelétnoav v emidpaocn ™G
aepoflog Aoknong VYNANG £VTaomg Kol T®V GUUTANPOUATOV HETH amd OVTH OF
ndoyovieg pe FSHD. 41 acBeveic yopiotkov o€ Tpeic OPAdES: Lo opddo EAEYYOL
(n=10), o oudda doknong otV omoia yopnyodviov cupuminpodpote (N=18) kot po
ondda doknong otnv omoia yopmyovvtav placebo (n=13). Ot ovuuetéyovieg
ackoovtav 3 @opéc efdopadiaing (36 ouvvedpiec) oe otatikd modonAato. Ot
npomovnoelg dumpkecav 15 Aemtd v mpotn gfdopdda, 20 Aemtd TN ogvTEPN
efoopdda kot 30 Aentd Enerta. Ot cvppetéyovieg popovoay TaApkd poroya (Polar
Electro S610i, Kempele, ®wiavdia) kot ackovvtav oto 70% tng péylotg
TpOGAny”Ng o&uyovou (VO2max). A&oloyntikd epyareia tng £pevvag omotelodv M
uéyotn npooinym o&vydvov (VO2max), to goprtio g doknong (W) kou 1 e&drentn
doxpacio fadionc. Agvtepevovimg petpnnke n SVVOUN KAUYNG Kol £KTOOTNG TOL
AYK®VO, Ko ToL yovartog and ko duvapouetpo (CITEC, CIT Technics, Groningen,
the Netherlands). Emiong n kwnukétta tov oobBevov  a&oroyndnke péow
Aertovpyikdv 10T Ommwg to 5-times sit-to-stand-test, 14-step-stair-test, standing
balance test.

2TOVG OCKOVUEVOLS GUUUETEXOVTES PEATIOONKE M QLGIKN KATACTOGY, TO UEYIGTO
eoptio doxnong kot n tovnta Paoong (10% [dbompa epmotocvvng (CI) 4% -
15%], 18% [CI 10% -26%], 7% [CI 4% -11%] , avtictorya, p<0.001). H pwikn
dvvaun kot to. kadnuepvd enimeda dpactnploTNTag 0V AAAEAY PE TV EKTOLOEVOT).
Ta coumAnpopoto @V TPOTEIVIKOV voaTtavOpdkwv dev elyov ®¢ emurpdcsdeto
OTOTEALEC O, TEPALTEPM PEATIDGEIS GE GUYKPION UE TNV AoKN o™ KLOVO.

4.3 ENAYNAMQZXH KAI XYNAYAXTIKH AXKHXH

Ymv FSHD dgv vmdpyovv moAAEG €pevveEG TOL v PEAETAVE TNV EMOPAON TNG
doknong evovvapmong ota dropa mov vooovv. Ta dtopa pe FSHD €yovv cuvnBog
EVIVTTOGLOKEG OLPOPEG GTN HLIKT SVVOUN LETAED AYOVIGTOV-TpOTAY®OVIeGTOV. Elval
vevikn Bewdpnon Aomdv mwg eivor SvokoAo va acknBel pe acedieia Evag 1oyvpoc M
évag eAappmg eEacBevnuévog Hug, ympic v SoKvOLVELTEL KATO10G TPAVUOTIGHOG
OLaong M vépypnong(Andersen et al., 2015).

OwVan der Kooi et al (2004) a&loloyncav TV OTOTELEGUATIKOTNTO, THG AGKNONG UE
Bapr pétprog évracmng ot HLIKY SUVALLY, AVTOYY| KOl TOV OYKO TV GKEAETIKOV VMV
oe aoBeveig pe FSHD. E&nvta mévte acBeveig pe toyotomoinon tomobetnOnkav oe
V0 OUAdEG: OVTN TNG ACKNONG TOV KOUTTHP®V TOL OYKOVO KOl TNG TOOOKVNUIKNG
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Kol po 0evTepT opdoa eEAEYyov. Metd amd 52 efdopddec, ol petpfoelg £de1Eav g M
HOTKN 16Y0¢ TOV KOUTTNP®V TOL aykmvo 0 Peltimdnke, mapd Hdvo m ovioyn Tovg.
To mpOYpOaULO EVOLVALMOTNG Y10 TOVG TEAUOTIOIOVE KOUTTAPEG 0 UeTEPaALE Kopia
amo TG HEAETOUEVEG HVTKEG HETaPANTEC. Ot epevvnTég KatéAnEay TmG To EVPNUOTA
TOVG VTOGTNPILOVY OVTA TPONYOVUEVOV UEAETMOV GE GTOUO e SLGTPOPIES, OOV M
Goknon eiye pHéETPLa OmoTELEGHATIKOTNTA, 6TT| dtoyeiplon Tov mabfoewv (van der Kooi
et al., 2004).

Mia veotepn épevva amd tovg Colson et al (2010) pelétnoe 10 TOGO OCPOANG KL
OTOTEAECUOTIKY] €vol 1M €QOPUOYN VELPOUVTKOL MNAEKTPIKOL gpebicpod oty
evouvapwon acbevav pe FSHD. Evvid acBeveic pe poikn advvapio otnv opikn {ovn
Kot Tov opBd pnpuaio cuppeteiyov o€ TPOYPOUUUO EVOLVAUMOONG LE VEVPOULIKO
niextpikd epebiopd (NMES)didpketag 20 Aemtdv 5 gopég v efdopado. H péyiom
oopeTpikn dvvaun (MVIC) petpronke pe 1cokivntikd SuvapudpueTpo. Metd amd névte
WVES €QOPUOYNS TOV TPMOTOKOAAOL Acknomg Ppédnke mog 1 MVIC Beitiddnke
OTOTIOTIKG oNUAVTIKA otV amoyoyn tov ouov (Ag&d: +45.5£20%, P<0.05,
ES=0.65. Apiotepd:+42.5+13.2%,P<0.05, ES=0.79). kot otV apiotepn KAyn tov
opov (+83.7+£35.9%,P<0.05, ES=0.79). Qotdéc0 dev mopatnpnOnKay OCTOTIGTIKA
ONUOVTIKES aALOYEG otV 0€1d KApym dpov, oty optlovIla amaymyr], TV £KTaoN
TOV YOVOTOG KOl TNV KARy™M T0v aykovo. Téhog mapoatnpndnke moc o vELOULIKOG
NAEKTPIKOG £peBIGLOG NTAV KOAL AVEKTOS OO TOLG 0GOEVELS, 0POV Ol LETPNGELS TNG
KPEATIVIKNG KIVAONG KOL O TOVOG KOl 1) KOTMOYN OE E01KA EPMTNUATOAOYIN OE
uetafAndnkav (Colson et al., 2010).

To amoteAéopoto VOG GLVOVAGTIKOD TPOYPAUUATOC Aoknong pelétnoov ot Bankole
et al (2016). Askaé&l acbeveig Tuyatomompéva yopiomkav o dvo ouddes. H pia
ovppeteiye oe mpoypappo doknong (TG) kot n GAAN omoteloboe TNV OpUdda EAEYYOL,
OV OUMG PETA TO TTEPOS TNG EPELVOG EKTEAECE KL OLTN TO 1010 TPHYpappa doknong
(CTG). H doknon mpaypotomolovtay 6to omitt Kabe acbevi 3 popéc v efdoudda
v 24 eBdopadec Kot amotelovtay amd cuvovacHd AoKNoNG EVOLVALWOGONG, XOUUNANG
évtaomng oepoPlog Kot VYNANG €vVIaong OMAEUUATIK GOKNOT. ZUYKEKPLUEVA TO
npoypoppa meperdPfave 3 cuvedpieg 35-Aemng GOKNONG GE EPYOUETPIKO TOONANTO
mv gfdopdda. Ot dbo cuvedpieg cvvdvalav aepofio doknon otabepng HETPLOC
évtaong (60% g péyiotng agpoProg wkavorntag, (MAP)) mov axolovBovtav amd
KOO OET WEYIOTOV EMOVOANYE®V Yia gvovvaumorn. H tpitm ovvedpia g
gfoopadoc mepierdfave daieupatikny doknon (Zynuo 4.2).
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COMBINED AEROBIC/STRENGTH SESSION Near-maximal

60 % MAP
40%
MAP i
4 4

5 sets of 10

Warm-up Pedaling at constant intensity revolutions
><€ - ><€ —> Time
5 min 25 min 5 min (min)

Total duration = 35 min

INTERVAL TRAINING SESSION

‘40%MA,,H e

: Time
910 1415 1920 2425 29 30 Active (min)
Warm-up Interval — training pedaling recovery
e TR > g Time
5 min 25 min 5 min (min)
Total duration = 35 min 3

yquo 4.2: Xuvedpiec Aoknomng.

Epyadeia allohdynong tov epevovntav vanpéav n pEYIoTN TPOSANYT 0ELYOGVOL
(VO2max), to QIF-testyia v pétpnon g poikng dvvaune, petpnoelg CK, Broyieg
poov, n e&aientn dokipacio Padiong Kol EpOTNUATOAGYIO Yo THV AEOAOYNOT TNG
noomtog ™¢ (ong twv acbevav (Short Form Health Survey (SF-36), Fatigue
Severity Scale).

Ye avrtiBeon pe mpormyovueveg LmOBECEIS WS M LYNANG €VTaong UmOopEl va
npokarécel poafdopvdivon (Sacconi et al., 2015), ot gpevvntég katéAnéov T o
oXEOOGUOC €VOC TPOYPAUUOTOS AoKNONG LVYNANG €viaons Yo tovg acbeveic pe
FSHD eivar €@iktodg agold ¢aivetor mTmg To COPKOUEPELN TOV HUVOV TAPOUEVOLV
dOwcta. Molc 1 dwdékatn efdopada 1 VO2maxntay ndn peyoaldtepn o€ oyxéon Le
TIHEG BAL®V EPEVVOV, YEYOVOS TO OTOI0 Ol EPELVNTEG OTOdIdOLY OTNV EMOPOCT TNG
StAeppatikng aoknone. Tnv 241 gfooudda ot petpnoeig €deiéav 14% avénon ot
HOiKn OOVOUN TOL TETPUKEPAAOD LLE GLVOJEVLOUEVT] QWENCT GTNV EYKAPGLO SLOTOUN
TOV pPikav wov tov Katd 34%. To mopoamdve ce cvvovacpd pe v owénuévn
amodoon oty e&dhentn dokipacio Baoiong (+14%) Bewpodviar guepyeTikd yioo TNV
Yoy vyeio tov atopov (Voet et al., 2014)xar vroopilovion omd T0 YEYOVOG OTL
OEV VIPYAV OTATIGTIKO CTUOVTIKES OAAOYEC GTIS OMOVINGELS TOV EPOTNUOTOAOYIOV
ywo. v mowotnto. (ong (Bankole et al., 2016).
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4.4 XPHXH OPOQTIKQN

Ta dropo pe ocoPapéc owtapayés kivnTkotnrog 6o ypelactodv cuvveym
nopaKoAovONon and Evav PLGIO0EPATELTY] KoLl EVOEYETOL VO YPEOIGTOLY Pondnuata
Ta omoia Oa cupPdilovv otny kivntikotnto tovg (Case, 2015).

Eivor omapaitnm n ompiEn 1 enéktoon tov opbootatdv TOL TOS100-
ACTPAYAAOL, EVM 1 VUXTEPVI] Ypnom &xet amodeyfel Ott mpoAapfdaver Kot
EAYIGTOMOLEL TOL CLUMTONOTO Kol €lval KATAAANAN Kab '0An ™ Odpkela {one. Oa
TPEMEL VO EIVOL OPUOPOOUEVO KOTO TOPOyYEAiD, KOTAGKELAGUEVA Y10, (VECT] KO
BéATiotn evBLypauUIon TOO10V-0GTPAYAAOV. XVVNOMC ivonl KOADTEPO OVEKTEC €QV
Eexvnoovy mpoAnmTikd o€ veopn nMAkia. Me 1 ovpfoin tov @ucioBepamevn
emuyyaveral 1 katdAnin ompién (Case, 2015).

H ypnon opbotikdv cvuokevmv kot aposdiov ypnoiponoodvtot yio Bedtioon
kivnong evd 1mn opbBomedkn mopoakoAovOnon N kot dopBwtikés emepPdoels
OpoTAATNG, Tpaypatoroovvion otav kplBovv amapaitnres. Ot opBwTiKEG GLOKEVES
UTopovV va xpnoorotnfodv katd Tn SdpKED TOV VIVOL 1| KOTA TN O1dpKeEw TG

nuéPoC.

4.5 OYXIKOOEPAIIEYTIKEX TEXNIKEX

4.5.1 Aoknfoeig ELaSTIKOTNTOS

‘Evag amd toug Kupidtepovg TpOTOLS OmoKatdoToong Kot PeAtimong tng
Aertovpykdtrog ¢ kivnong sivar ot acknoelg eractikotntag. Ot Adyotl yia Tovg
omolovg UEIDVETOL M KINTIKOTNTA TV 0cfevdv elvar 0 puikdg mévog, o pHuikog
omacUOG, M HEIWUEVT OPpACTNPOTNTO KOl i uvik) advveuio M omoio £xel ocav
amoTEAESHO. TN PpAyuvon TOL GLUVOETIKOL 16ToV. O KLPLOTEPOS OTOXOG TV
OLYKEKPIUEVOV O0KNCEWV givol vo dtatnpnbel n eAocTIKOTNTO TOV HVOV KOl TOV
apBpwcewv. [TapdAinia, Bertidvetar 1 Aettovpyia TV apBpdcewv. O Adyog Yo Tov
01010 LEUDVETOL 1) AEITOVPYIKOTNTA TOV HVOV EIVOL TO HEIOUEVO EVPOS KIVIIONG TOVG
Ko 1) wapapovn o otabepég otdoelg (Bushby K et al, 2010).

X ovvégen Ba mpémer va avagepbel OTL Ol O1TACES OTOYELOLVY OTN
pEtpPEVN duokapyio, oTtny HEIWUEVT] TOPOVGID KPOUTOV Kol GTIS Ppaydveels.
oLYKEKPIEVN pvomdhelor o1 poeg mov TPooPaAlovion TEPIGGATEPO €ival TOL AV
dipov. I't avtd 10 AdY0 0 PLGL00ePATELTNG GTOYEVEL GTIG SLUTAGEIS TOL MOV, TOV
ayKovo kot tov kopmod. Boaowd Oewpeiton 60t1 1 kdbe didtaon Oa mpémer vo Exel
duapketa 30 devteporémtv. Tavtdypova o pOAOG Tov PuGLoBepameLT| Ba TPEMEL VoL
glval ST pnon ™G GMOTNG GTACNG TOV GMOUATOS TOV acBevovg, M otabepdnTa
TV apbpodcewv (Barohn et al, 2014).
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4.5.2 Awtaoelg Gve akpov

AWiTaon ayKOve

O ac0evng kéBetar vTio O€om. O aykmdvag givar Avyiopévog 90 poipec. O poAog
TOV PLGLO0EPATEVTY] GTI CLYKEKPIUEVT dldTaon gival va Kpatnoel otafepd e T Eva
xéPL TOL Alyo To mive amd TOV ayK®OVa Kol e TO AL Vo TpaylaTonolel T o1dtaon
avoiyovtog 10 ¥€pt Tov aoBevolg Kpatwvtag tov kapmd Tov. H  Sidrtaon
TPAYLATOTOLEITOL HLEYPL TA OPLAL TOV TOVOU.

Ewévo 2: d1dtacn ayk®dva

IInyn: http://gotsis.net.gr/content/4fa90d05cf3fb.pdf

AlITOGT VAV GTOV KOPTTO KOL TO OAKTUAN

H  ovykexpiévn  1teyqvikn  mpaypotomoleiton  otafepomoldviag o
QLO100EPATEVLTIG LLE TO £Va XEPL TO KAT® TPLTNUOPLo Tov avTipayiov Kot pe To GALO
YépL €Pappolel T SdToon oTn poyloio KAy TOL KOPToy Kol OTIS apOpdhoEls Tov
SaKTOA®V.
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Ewéva 3: d1dtacn kKapmov
IInyn: https://www.google.com/search?q=6wotaon+kapmov

4.5.3 Teyvikég ovataong

Teyvuen oile-yoripmoe

H ocvykexpuévn teyvikn epappoletol Gt TEPIMTMOGES OTOV 1 EANCTIKOTNTA
TOV pav gival petopévn. O euvoobepamevtig (ntd amd tov acbevny va mTpofdiiet
avtiotaon Tpog v avtifetn mAgvpd Tov po mov dateivetar. Katdmv (nteitan and to
acbevi| va yarapmaoet (Pretince, 2007).

Teyvukn kpata-yorapowoe

H ovykexpipévn teyvikn epapuodletor oy mepintwon O6mov moapovctdleTot
avénuévn poikn taon. Znteitan omd Tov acbevi va mpofaAiel avTiocTO.oN GTO HL TOV
dwteivetor evd o @uotobepomevtng mélel eAappd mpokeévon va databel o pog
nepiocotepo (Pretince, 2007).

4.5.4 AokN6Elg EVOUVAPNMONG

H npdécomo-dpo-fpayidvio poikn dvotpoeio amotehel o poikn dvetpoio M
0moi0 ATOOVVALMVEL TOVG HOEG Kot Y1 avTd TO AOYO 01 PVES XpetdlovTol EVOVVAIMOoT).
Ol aokNoelg eVOLVAN®ONG TEPIAAUPAVOVY OGKNCELS dVVAUNG Ol oTtoieg yperdlovTon
evépyela. Ot GLYKEKPLUEVES OICKNGELS TPOYUATOTOOVVTOL Pe oKOTO T PeAtivoon g
dvvauNg Kot TG avtoyng Tov poav. O tpdmog e ToV 0moio EKTEAOVVTOL Ol ACKTCELG
EVOLVAL®ONG elivarl ypnoomoldvoag Papn N Adotiya avaioyo HE TIG avAYKEG TOL
Kké0e acBevoic Kot T poikn advvapio mov veiotatal. I'a Tov Adyo 6Tl ™ peyorivTepn
eMinTOOoN TV €XOVV Ol KEVIpOUEAIKOl poeg epapproloviol aoKNGES Tov £6TIAloVV
ot ovykekpiévn katnyopio poov (Reffin Jo, et al., 2014).

Ol aoKNOoELG HVTKNG EVOLVALMONG TEPIAAUPEVOVY KOIAMOKOVS, OCKNGES Ave
dxpov (0képarog, TpwEParog, Hbeg otovg KAm). Me 1 ovufoin TOL
evoobepamevtn Tpaypatorotovvtal Tpio oet Twv 10 pe 15 emavoiqyemv avdloya pe
v Katdotacn tov acbevoug (Reffin Jo, et al., 2014).
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4.5.5 IoopeTpikég OKNOELS Y10 TO AV AKPO

Ioopetpikny doknon vy TV €KTAOT TOV HLOV KOTE TNV omoio. O
euotobepamevtng TomobeTel TO £va YEPL KAT® amd TOV ayK®OVO Kot TO AL KAT® 0md
TNV TOAGUY Kot aoKel Tieon KAT® amd TNV TOAGUN Kol GTOV KMV

IoopeTpikt] KOUTTAPOV OOV KOTA TNV 0Tole 0 UO10BEPATEVTNG HE TO €val
YEPL KPATAEL OTAOEPA TNV UTPOCTIVY| EMPAVELN TOV MOV KO [LE TO AAAO XEPL KPATAEL
TO KAT® TPUIINUOPLO ToV avTifpayiov Tov acbevn. X cvvéyeta {ntd omd tov acbevn
VO, TPOYLOTOTOWGEL YMPIC TNV TOPOLGTO KIVITIKOTNTAS KALWYT TOV (VA GKPOL LE TOV
ayKOVa 6€ EKTOOT, XOPIG Vo Topovctactel kamowa kivinon (KotlonAiag 2011).

loopetpikny dokmon Yy TOLG KOUTTNPEG TOL OYKOVO GTNV Omoio. O
@Vo10bepamevTng TomobeTEl TO Eva XEPL KAT® amd TNV ApHpmaon Tov ayK®OVO Kol LE TO
GAAO TdveL TNV TAAGUN TOL acBevolc. 6T GLVEKELD YWPIG TV TaPOoVGio Kivnong o
acBeveic extedet kbpyn aykova (KotlomAiog 2011).
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XYMIIEPAXMATA

Ot poikég duoTpoeieg etvar YEVETIKES SLOTAPOYES TTOL TPOKOAOVY TPOOOEVTIKY|
advvapio Tov okeAeTikdv poov. [Hapdrho mov kdbe pio amd TIC HEPOVOUEVES HVTKES
dvoTpopieg eivar oyeTikd omavia, emnPedlovy GLAAOYIKA EKATOUNOPLO avOpOTWV
noykoopimg. Ot ekTumpevol pubpol emKpATNoNg TOV TO CLVNOIGUEVOV HOPPDV
poikng ovotpoeiag eivon 1 otig 5.000 {wvtavéc apoevikéc YEVVNOELS Yo ULIKN
dvotpogia Duchenne (DMD) kot peta&d 1 otovg 7000 kot 1 otovg 20.000 yuo potkn
dvotpoeia facioscapulohumeral (FSHD) kot pootovikn poikn dvetpoeia.

H xaBiépwon cuyvotmtog topakoAoddnong ivatl onUavTiKng Kotd T oTrypn e
duyvoone. Ta dropa pe ) ovykekpuévn mdbnon Ba mpénet va avtipetorilovion pe
ovyvotnta mov Paciletal ot cofapdtnta g vocov tovg oe popeéc FSHD pe v
eneavion modwwv. H doknon pe pétpro Bapn dev eivan emlnua yuo dtopo pe FSHD.
H agpofia doxnon (6tav givor dvvatdv) €xet oeelnoet ta emnpealOUeva GTOUA.
Onowoconmote TOmOg Oepomevtikng doknong Oa mpémer va epappoletoar vwd v
kaBodnynon evog eucloBepamev T Kot Vo EEQTOMKEVETOL AVAAOYOL LLE TOL GOUTTMOLOTO,
NG VOGOV TOV OTOHOV, TNV NAKI0 Kot TV KopoloyYELOKT] KOTAGTOON.

H ovowoBepancio elvar avamdomactn yoo ™ dwtpnon g Asttovpyiog twv
HL®V KoL TNV 0TopLyn Kooy mTpofAnudtov. Ot atdyotl avtig g Oepomneiog sival vo
BonBnoovv tov acBevr) va mapopeivet 6o 0 dvvatdv mo gvéhktoc. Evog
@uooBepamevTng cvvepyaletar @ote 0 acBevilG Vo AOKNGEL, VO, TEVIMOEL KOl VO
STNPNGEL TNV KATAAANAN GTAGT TOV GAOUOTOG,.

H potkm dvotpogio (MD) yopakmpiletor amd TPoodevTIK OTOAEL POIKNG
duvaung kot advvapic. H ouowm dpactmmpidtra mpowbeitoan yio v dtatnpel tnv
vyelo Ko ™ poikn SHvoun. Ymdpyovv TOAAEG oTpATNYIKES Sloyeipong yuo T
Beitioon g modtrag Cong tov acBevov pe FSHD. H éykoipn dudyvoon kot ot
TPOGOPUOYESG TOL TPOmOL (wNg eivon emlneg ywoo v TPOANYT avemBountmg
Ovnowomroc. Ta ocvuntopata g FSHD emmpedlovv Tig poikég opddeg tov
TPOGMOTOV, TNG KOWAG kol Tov Oppdypatos. H epedvion g ocuykekpipévng
naOnong yopaktnpiletoar cuyvé amd £vrovn advvapio TOV HVAOV TOV TPOGMTOV, Ol
omoieg ot cuvéyeln akoAovBoHVTOL OO TO GULUTTOUATH TOV OU®V (TTEPLYIGUOS TNG
OUOTAATNG).

Xperaletan 1010itePN TPOGOYN KOl LETAYXEIPIOT Yot TOV TOVO KoL TNV duoKapyio
010 Gve Aaxpo, Kabmg elval cvyvd mapovca oTovg cvuyKekpipuévoug acBeveic. Ot
emayyeApatieg mpémet va yvopilovv 6t ot acBeveic Oyt puoévo avtipetomilovv
mpofAquata pe dpacTNPOTNTEG MOVE® 0ond TO VYOS TOV OUOV, OAAL Kol LE
dOpacTNPOTNTEG KAT® OO TO VYOS TWV DUMV.

O @voloBepanevtikdg pohog amoterel TV avoyvoplon, agloddynon Kot tnv
KATAAANAN Oepamevtiky] néBodo evd mapdAAnio Ady®m NG HELOUEVIS KIVITIKOTNTOG
TV 00fevdv o1 cvykekpluévn mdnon sivol ko 1 Pertioon T KVNTIKOTNTOG.
Meléteg amodetkvbhovy 0Tl 11 doknon dwdpopatilel onuaviikd polo otn PeAtioon
™G KIWNTIKOTNTOG TV 060evOdV evd TopdAAnio BEATIOVEL THV KAPOLOOVATVELGTIKN
Aertovpyio TOLG.
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