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Mepiinym

Q¢ puikl duoTpoYia ava@EépETAl HIO OMAdA  MUIKWVY  OOBEVEIWV  YEVETIKNAG
aImioAdynong, Pe otabepd TTPOOBEUTIKI) EKQUAICTIKA TTOPEIA KAl XOPAKTNPIOTIKEG
EKQUANIOTIKEG  AeiToupyieg. Ta Tmaidid pe  MPUOTTABEIEC  QVTIUETWTTICOUV  TTOAAG
TPOBAAMATA OTAV KOBNUEPIVOTNTA TOUG TTOU OXETiICovTal pe T dlaTAPNON TWV
AEITOUPYIKWYV ETTITTEOWV TWV OPACTNPIOTATWY TOUG. X€ QUTA TOUG TNV TTPOCTIABEIN
TTOAUTINOG apwydg aTTodEIKVUETAI O QUOIKOBepaTTeuTAG. H @QuoikoBepartreia €xel
atrodeIxOei OTI gival IBIAITEPA ATTOTEAECUATIKA OTAV AVTIMETWTTION TWV JUOTTOBEIWY O€

TTadIA KAl yIa TOV OKOTTO auTd €XOUV avatTTuXBei €10IKA TTpoypAuuaTa.

Ag€eic KAedua:

Muikn duortpogia Duchenne

QuaikoBeparreia ae uuikn duaTpoia
Mitoxovdpiakég uUoTTABEIES Kal UIKN aTpo@ia
QuoikoBeparreia otn depuarouooitida

Neavikn depuarouuoainda



Abstract

As muscular dystrophy a group of genetic illnesses with a progressive degenerative
course and characteristic degenerative functions is mentioned. Children with
myopathies face many problems in their daily lives that are related to maintaining the
functional levels of their activities. In this effort, a valuable aid is the physiotherapist.
Physiotherapy has proven to be particularly effective in treating myopathies in

children and special programs have been developed for this purpose.

Key Words

Duchenne muscular dystrophy

Physiotherapy in muscular dystrophy
Mitochondrial myopathies and muscular atrophy
Physiotherapy in dermatomyositis

Juvenile dermatomyositis
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Mpoioyog

TNV TTapouca €pyacoia yivetal pia AETTTOPEPNS ava@opd oTa €idn TNG YUOTTABEIag
TToU gP@avidovral Katd Tnv TTaIdIK NAIKIQ KAl OTn  QUOIKOBEPATTEUTIKH TOUG
QVTIMETWTTION TTEPA ATTO TN QAPUAKEUTIKN UTTOOTAPIEN TTou ouvioTatal. Me dedopévo
OTI 0€ KATTOIEG MOPYES MUOTTABEIOG 0 aoBeVAG oTNV TTPOEPNRIKA-£PNPIKA Tou nAIKia
Ba kKaBnAwBei oTNV avaTTnPIK KAPEKAA, TO MUOCKEAETIKA Kal Kapdlayyelakd
TpoBAAuara Tou Ba TTPOKANBoUvV AOGYW TNG TTEPIOPIOPEVNG KIVNTIKOTATAG Eival
IDIITEPWG ooPBapd yia Tnv miRiwor Tou. ‘ETol, AoITTov, 0 OKOTTOG TOU OUYKEKPIPEVOU
OUYYPAUMOTOG €ival n euaiobnToTroinon TwWV ETTAYYEAUATIWY UYEIOG OXETIKA PE TOV
POAO TNG @uoikoBepaTtreiag oTnv eMRPAdUVON TWV ETTIKEIUEVWY HUOOKEAETIKWV
BAABWV Kal TwV AEITOUPYIKWY QVIKAVOTATWY Tou TTaidlou TTou gugavidovTtal atrd Tnv
TIPOOJEUTIKN MEIWON TNG MUIKAG dUvauNG Kal avtoXfg AOyw KATTOIOU CUYKEKPIKNEVOU

€idoug puoTTdbelag.



Elcaywyn

Ta TTaIdId PJE VEUPOUUIKES dlaTapaxEég €xouv uia did Biou TTpdkAnon va diatnprioouv
Ta AEITOUPYIKA TOUG €TTITTEdA. AUTH N TTPOKANGCN UTTOPEI va QVTIUETWTTIOTEN YE TN
BonBeia evog TreTTEipapévou  QuoikoBepatreuTr). O Opog VEUPOMUIKN aoBéveia
QVOQEPETAl O€ DIATAPAXEC TWV OTTOIWV N KUpla TTaBoAoyia €TTnpeddel OTTOIOdATTOTE
MEPOG TNG KIVNTAPIAG PovAdag (Tou PUOG), atrd To TTPOCOIo KUTTAPIKO KEPAG £WG TOV
id10 Tov pu. Koivd oToixeio oe OAeG ATTO QUTEG TIG DIATAPAXEG €ival N YUIKN aduvapia,
n otroia YTTopPEi va TTapaxBei ye TabBoloyia o€ OTTOIOdATIOTE PEPOG TNG KIVNTHPIAG
povadag. Otav xapaktnpifovral ol VEUPOUUIKES dlaTapaxéG Kal n TraBoAoyia Toug,
gival PoAIKO va eEetalovial ol JIAPOPES AVATOMIKEG OIQIPECEIS TNG KIVATHPIOG
MOVAdOG: TO TTPOCBIO KUTTAPIKO KEPAG, TO TTEPIPEPIKO VEUPO, N VEUPOUUIKN ouvayn

Kal O JUG.

O1 VEUPOUUIKES TTOBAOEIC TWV JUWV PTTOPEI va €ival €iTe KANPOVOMIKES E€ITE ETTIKTNTES
Kal TTOIKIAOTPOTTWG £XOUV XAPOKTNEIOTEI WG PuoTrddeia 1 duoTpoia, aTnv OTToia N
aiTia TNG JUIKAG aduvayiag evroTrieTal o TTaBoAoyia TTou TTEPIOPICETAI OTOV idI0 TOV
MU. Opoiwg, veupoTrdBeia, oTnv OTToia N PUikr aduvapia cival dEuTEPOTTABAS o€ HIa
avwuaAia gite Tou TTPOCOIOU KUTTOPIKOU KEPATOG EITE TOU TIEPIPEPIKOU VEUPOU,
MTTOPEI va XapoKTNPIoTel Ye BAoN TNV TTPWTOYEVH AVETTAPKEIO WIOG OUYKEKPIMEVNG

dlaTapaxng Tou veupagova r TG agoviKAg JueAivwong.

O 6pog Uik ducTpogia TTEPIYPAPE! PO OAdA PUIKWY aoBevelwy TTou KaBopilovTal
YEVETIKA Kal £X0UV Pia oTaBepd TTPOODEUTIKI) EKQUAICTIKA TTOPEIQ KAl XOPAKTNPIOTIKES

EKQUAIOTIKEG AEITOUPYIEC OTN PIKPOOKOTTIKN €EETACN TOU MUOG.

O1 veupouuikég dlatapaxég dlIoPEPOUV ONUAVTIKA OTnV TTapouciacr] Toug, Tnv
TTaBoAoyia kal TNV €EEAIEN, aAAG cuvdéovTal O Oxéon ME TN QUOIKOBEPOATTEUTIKA
TTapEUPaON ME TO KOIVO TOUG XOAPOKTNPIOTIKO, TN MUiKA aduvapia TTou odnyei o€
atmmwAela TG AsiIToupyiag Kal oe cwpaTik duouopia. ‘Evag QuoikoBepatmeuTig TTou
Katavoei TIG dlaTapax€ég QuTtéG JTTopeEl va [BonBrioel OTOV EVTOTTIIONO Kal Thv
TTPORBAEWN, va TTAPEUPEI Kal eVOEXONEVWGS va BonBACEl va atTo@eUyovTal Ol AOKOTTEG
EMTTAOKEG KaB' OAN TN didpkela TG KGBe diatapaxrs. O okoTTOG auTAG TNG Epyaciag
gival  va  Tapdoxel MO €MIOKOTINGN  TWV  VEUPOUUIKWY  TTaBrRoewy,
oupTtrepIAapBavouévng TNG KAIVIKAG TTapoucsiaong, Tng TTaBoAoyiag, Tng didyvwong,

NG €EENIENG TNG VOO OU Kal QUOIKA TNG QUOIKOBEPATTEUTIKAG TTAPEUBAONG.



1. F'evika tepl puomaOeL®wV
1.1 Alxwplopdg puomadelag kat puikng dvetpogiag

O1 MaBAcEIg TwV PUWV XapakTnpifovtal atmmd &€viovn MUK aduvapia Kal JUikn
aTPOPIa IBINITEPA OTA KEVTPIKG THAHOTA Tou Trepiepikol okeAeTou™. Na onueiwBei
OTI VIOV TTOPOUCIia TWV TTOPATTAVW CUUTITWHATWY TTAPATNPEITAI OTNV TTUEAIKH Kal
TNV WMIKA {wvn. Mg Tov 6p0 puoTTddela TTEPIYyPA@OVTAl O TTABNCEIC TWV HUWV TTOU
oQeiAovTal O€ AVOTOMIKY, NAEKTPOQUOIOAOYIKN A Bloxnuik dlaTapax TwV MUKWV
IVWV KAl TwV UTTOOTNPIKTIKWY TOUG 10TWwV. BERaia, diatapaxeég otn AsiToupyia Tou
KEVTPIKOU Il TOU TTEPIPEPIKOU VEUPIKOU OUOTAUATOG dev OXeTiICovTal KaBdAou pe Ta
oupTITpaTa TS puomdBeiac™ . Or puoTrdBeiec diakpivovTal oe KANPOVOUIKES KAl Hn

KANPOVOUIKEG.

2UVNBwG TTapartnpeital ouyxuon METAgU MUOTTABEIOG KAl MUIKAG duoTpogias. Oa
TIPETTEl VA ATTO0A@NVIOTEN OTI OI JUIKEG OUOTPOWIEG €ival KANPOVOUIKEG JUOTTABEIES Ol
OTT0iEC XapakTnpiovTal atrd TTPWTOTTA0N EKQUAION TWV JUIKWYV IVWV AOYW YEVETIKOU

opaApatoct?,

‘ETol Aoimtév n YEVETIKA dlatapaxr TTou TTAPATNEEITAl OTIG MUIKEG
dUOTPOYIEG ival UTTEUOUVN yIa TOV TTPOWPO BAVATO KAl TNV £5APAVION TWV PUIKWV
Ivwv. O1 puoduoTpo@ieg Ba PTTOpoUCAV VO OVOUAOCTOUV OKOMPN KAl TTPWTOTTOOEIG
MUOTTABEIEC AOYW TTPWTOTTAB0UC €KQUAIONG TWV  MUIKWV veov®, AuTéC Ol
TTPWTOTTABEIC JUOTTABEIEC dla@épouv aTTO TIG OeUTEPOTTOBEIC, OTIC OTToiEC N
KATAoTPO®N TWV MUKWV IVWV o@eileTal og BAGBN Tou OuvdeTIKOU 10TOU 1 TWV
ayyeiwv. OAeg o1 puottdBeleg dev eival PUIKEG dUOTPOYIEG OANG OAeC o1 PUIKEG
SuoTpoYieC eival puoTddeiec?.

QoT1600, XAPAKTNPIOTIKA YVWPIoHATA TWV JUOBUCTPOPIWV Eival n KAnpovopuikdtnTa,
N TPWTOTOOAC MUik oAAoiwon aMGE Kol n TpoodeuTiky Toug e&éhiEn®. H
TTPOOJEUTIKN €EEANIEN TWV HUIKWYV dUCTPOPIWYV OTTOTEAEI I onuavTikKh dlagopd Toug
at1ro TIG AEYOPEVES OUYYEVEIC NUOTTABEIEG, OI OTToieC dlaKpivovTal atrd OTACINOTNTA 1)
TTOAU Bpadeia eEEAIEN.

1.2 H taBoyévela Towv puoduotpo@lov

H taBoyévela Twv WUOBUCTPOPILV BacileTal oTo yovidio Tng duoTtpogivng®. 1o
Bpaxu okEAOG Tou X XPWHOCWHATOG TTAPATNPEITAI N TTEPIOXK TTOU gival uTTEUBUVN yia
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TN véoo. To yovidlo (Xp 21) ovopddleTal yovidlio duoTpoivng Kal euBUVETAl yia ThV
TTapaywyn TnG duoTpoivng (TTPOKEITAI yIa JEYAAOUOPIAKN TTPWTEIVN). TN BEon auTh
Tou X XpwHgoowpatog ot¢ aoBeveic uye puik duoTpoia Duchenne kai Becker

TTOPATNPOUVTAI YOVIDIOKES TTAPAAEIYEIG.

2TNV KATAOTPO®N TWV MUKWV KUTTAPWY onPavtiké poAo diadpauartiouv Ta
QUTOAUTIKA €vCUha 1) aKOUN Kal n OUCAEITOUPYIO TOU aAvAyEVVNTIKOU WNXAVIOUOU
OlauETOU TOU OTTOIOU O QUOIOAOYIKOG OKEAETIKOG UG avTIKOBIOTA TOV PeydAo apiBuo

TWV MUKWV IVWV TToU @BgipovTal KaBnuepiva.

H oduoTtpogivn oOTO MUIKO KUTTOpO PBpioketar oTn  Bacikil deUPpdvn  Tou
OOpPKEINAPPATOG Kal PAAIoTa atroTeAei PBaoikd OoWIKO 1} AsiToupyikd oToixeio. H
ENEIYN TNG aTTO TO CAPKEIANUUA TWV MPUIKWV KUTTAPWY A N 10XUpr MEiwon EXel
amoTéAEOPa TNV ammodlopydvwon TnG MUIKAG MPeUPBPAVNG, ME OUVETTEID VO
OIEUKOAUVETAl KATA TTOAU n OiéAeuon dia@épwy Peyalopuopiwv (OTTWG gival n
KPEATIVOQPWOPOKIVACN) OTa TTpWIKA OTAdIa TNG VOOOU Kal ETTEITA VO EKQUAICETAI

OAOKANPO TO MUIKO KUTTAPO.

H 1agivounon Twv UKWV dUuOoTPO@IWV TTPAYHUOTOTTIOIEITAlI JE BAon TOov TUTTO TNG
KANPOVOUIKOTNTAG KAl TNV TOTTOYPAQia TWV HUIKWYV Trapa)\Uoswv(Z). ‘ETto1, Aoittév, ol
MUIKEG OUOTPOYiEG dlakpivovTal OTIC QUAOOUVOETEG, OTTWG Eival N PUIKA duoTpoia
TUTTOU Duchenne kai Becker, OTIC QUTOOWMATIKEG UTTOXWPENTIKEG, OTTWG Eival n
OUYYEVNG HUOBUOTPOYIA, N QUTOCWUATIKY) HUOdUOTPOYIa TwV TTaIdiwy, n {wviaia n
limb-girdle kai o1 QUTOCWMATIKEG ETTIKPATATIKES, OTTWG N TTPOCWTTOWHORPAXIOVIOC, N

TTEPIPEPIKT, N OPOAAUIKR Kai N opBaipoapuyyikh?.

1.2.1 Mvikn Svotpo@ia Duchenne

AVNKel OTIG QUAOOUVOETEG PUIKEG BuoTpo@ies. MPooBAAEl OXEDOV OTTOKAEIOTIKG TO
ayopla, VW Ta KOPITOIA €ival QopEig. ZUYKEKPIPEVA, uTToAoyideTal OTI TTAATTEN 1/4.200
ayopla. MpwTtogpgavidetal otnv TPWTN TTAIdIKY NAIKia, ocuvhBwg TTpIv aTTd Ta Tpia
€1n Cwnc, Pe évtovn duokoAia otn Radion®. BéBaia n oTAPIEN TNC KEQAAAC KAl Tou
KOpMOU €xel emTEUXOEI € PUAIOAOYIKO XPOoVIKO diaoTnua. AuTtd TTou XapakTtnpiouv
10 TTaudi €ival TO XAveEIo BABIOUA PE AU@PITAAAVTEUCEIC aTTd TO €va TTAAyYIO 0TO AAAO
Kal n 1oxupr duoKoAia TTou TTapaTnpEital oTnv TTPooTTdBeld Tou va eyepBei ammd 10

oamedo ) 1o fabU kABIopa. MNa va katopbwoel va aveyepbei, atmmaiTeital avappixnon
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ota KATw Aakpa, dnAadry va XPENOIYOTIOINCEl Ta XEPIA TOU Kal va Ta OTnpigel oTa

yovara, WoTe va PeyaAwoel n Baon otipiEng (onueio Gower)®?),

O1 okeAeTIKOi pUeg TTOU TTPOORAANOVTAI OTO KATW GKPA E€ival O TETPAKEPAAOG, O
AayovowoiTtng, ol yAouTtiaiol, oI Trepoviaiol Kai o TTpdoBiog kvnuiaiog. E¢aitiag Twv
avVWTEPW TTPOORERANUEVWYV PHUWYV CWHATIKEG OPACTNPIOTNTEG TTOU ATTAITOUV AAUATO

A TPéSINo eival oxeddv aduvarec.

2TNV TIEPIOXN TNG YOOTOKVNUIAIag agloonueiwTn €ival n weudouTtrepTpoia Adyw
evatrofeong AITTwdoug Kal Ivwdoug 10Tou. KabBwg egeAicoeTal n vOoog, N MUK
aduvapia €TTEKTEIVETAI OTOUG PUG TNG WHIKNAG, TNG TTUEAIKAG {WvNG KAl OTOUG UG TWV
KEVTPIKWV TUNMATWY TwV AKPWYV. 2TOUG MUG TNG WHIKAG (wvng o OeATOEIdNG OTa
apxIKa oTtddia TnNG voéoou dlaTnpei QUOIOAOYIKK) 10XU, OTOIXEIO TO OTTOI0 XAPOAKTNPICEl
TN OUYKEKPIPEVN JUOBUOTPOPIa BIOTI Ol KEVTPOPEAIKOI HUEG TOU WHOU OTIG UTTOAOITTEG
MuoTTéBeieg TTpooBaAlovtal 6Aol padi. O PBpaxiovIOKEPKISIKOG Kal O OIKEQAAOG
Bpaxioviog dlakpivovTal yia TNV TTPpwIYN TTPOocBoAf Toug. ‘Etreira mTpoofdAAovTal ol
TTEPIPEPIKOI  MUEG TWV AKPWV KAl Ol HPUEG TOU TIPOOCWTTOU, €KTOG dTTO TOUG

o@BaApikouc?.

QoT1600, N KIvNTIK avaTnpia Tou acBevoug egeAicoeTal e TV auénon MUKWV
ouppikviioewv (Bpaxuvoewv)®. O acBeviic otnpileTal oTa JAKTUAG TOU GKPOU
000G, EVW N TITEPVA OEV EQATITETAI E TO £DAPOG AOYW EVTOVNG TTEAPATIAIOG KAPNWNG
TTOU O@EiAeTal OTN BPAXUVON TWV YOOTPOKVNUiWV. XapakTneIoTIKA €ival n Adpdwaon
¢ O.M.Z.Z., woTe va avTioTaBuieTal n KAUWn ToUu I0Xiou TTOU TTPOKOAEITal atrd
TTaBOAOYIKEG BpaxUVvOEIC TwV KaUTITAPpWY Tou. H €¢ENIEN TG vOoou eival ypriyopn Kai
otnv nAKKia Twv 9-10 €Twv o1 aoBeveic KABNAWvOVTAl 0€ AVATTNPIK KAPEKAQ. 2T
TEANKA OTAdIa Oev €xOuv TNV IKAVOTNTA va KaBioouv aKOUA KAl OTnV avatinpiki
KapékAa kal Trepiopiovral oto KPeRAT. O avaTtrveEUOTIKEG KIVAOEIG, IDIQITEPA Ol
OI0PPAYHATIKESG, N MAONON, N KATATTOON Kal n opiIAia diatnpouvTtal JEXP! To TEAOG Tou
aoBevouc®. HmeC KIVACEIC TwV HUWV TOU TIPOCWITIOU KAl TWV HIKPWY MUY,
IDINITEPA TWV KAUTITAPWY TWV SAKTUAWY TWV XEPIWV KAl TWV TTOdIwWV, diaTtnpouvTal
emmiong HEXP!I TO TEAOG. 2Tn OcuTepn dekaeTia TNG (WG TwWV AcBevwy ETTEPXETAI O

B8davarog.

XapOKTNPIOTIKEG €ival N KUPOOKOAIWON, N auénuévn ooTEOTTOPWON Kal N AETTTUVON

TWV PAKpWV ooTwv. QoT600, afloonueiwTn €ival Kai n atTodlopydvwaon Tou OCTiTn



10TOU. O1I aAAOIWOEIG TWV 0OTWV OPEIAOVTAI KUPIWG oTNV EAATTWON TNG KIVNTIKOTNTAG,
oTnVv EAAEIYN TNG QUOIOAOYIKAG TAONG TTOU ACKEITAI ATTO TOUG JUG OTA OOTA KAl OTIG
TTOBOAOYIKEG OTAOEIG TOU OWHATOG AOYyw TnG MUIKAG duoTpowiag. H eAagppd
dlavonTik KabuoTépnon €ival ouxvr}, OMwWG Ogv ETTIBEIVWVETAI PE TNV TTPO0dO TNG
NAIKiag Tou aoBevoug, ouTe n BapuTtnTd TNG KaBopileTal atrd TN BapUTNTA TWV PUTKWV

TrapaAvoewv®d,

To nAekTpopuoypd@nua cival pguottadnTikoUu TUTTOU PE XAMNAS UWog Kal MIKPNAG
OIAPKEIOG  KIVNTIKEG Movadeg. H  peydAn augnon NG  KPEATIVOPWOPOKIVACONG
xapakTtnpiel TN uuiki duoTtpo@ia Duchenne kai autd o@eiAeTal OTO OTI OTIG
MUOTTdBEIeC TTapaTtnpEEiTal opyavikry BAGBN Twv MUKWV VWV Kal dlIaTapAcoETal N
dIaTTEPATOTNTA TNG MUIKNG MEUPPAVNG, UE ATTOTEAECPO OTOV OPO TOU diudaTog va
EIOEPXOVTAI O€ HEYAAEG TTOOOTNTEG EVOOUUIKA £VCUUA OTTWG N KPEATIVOPWO POKIVAOT.
AMNa €vCuua TTOU €I0E€PXOVTal OTOV OPO TOU dipatog e€ival n aAdoAdcn kai ol

Tpavoapivaoec?.

1.2.2 Mvikn Svotpog@ia tumov Becker

Mpokeiral yia KaAonBn @uAoouvdeTn Juikh duoTpoia, NTmoTeEPn TTapaAAayr NG
MUIKAG duoTpo®iag Duchenne®. ¢ oxéon Pe autriv epgaviel BpaduTepn TTopEia Kal
ETTEPXETAI O€ PEYAAUTEPN NAIKia (50-250 £€T0G). ZnuavTikn dla@opd PeTagu kahorBoug
Kal KakoBoug QUAOCUVOETNG UUIKAG dUOTPOYIag gival 0 puBPOS sﬁé)\lf,ng(z).

1.2.3 [Ipoocwmowpofpaytoviog TUToS puikng Svotpogiag Landouzy - Dejerine

Mepypdonke yia TpwTn @opd atrd duo MdANoug veupoAdyoug, Toug Landouzy Kai
Dejerine, ata T€An Tou 19°Y aiwva Kal cuykekpipéva 1o 1885. To KAIVIKO GUVOPOUO
XOPOKTNPIOTNKE TTEPAITEPW OTTO  MIA  UETETTEITA  PEAETN MEYAAWV  OIKOYEVEIWV
Mopudvwy otn MNouta ammd toug Tyler kai Stephens. H 1o oAokAnpwpévn PEAETN
TTOU TTEPIYPAPEI T KUPIO XAPOKTNPIOTIKA TNG TTPOCWTTOWNORPAXIOVIOU HUIKAG
duoTpogiag ypaptnke atmd Tov George Padberg 10 1982 wWw¢ diatpin
(http://hdl.handle.net/1887/25818)™. Eival uio GUTOCWHATIKA KUPIOPXN HUOTTGBEIA HE
emtroAaocpud 1/20.000, n omoia yapaktnpEifetal atmrd  eCAIPETIKA  ETTIAEKTIKA  Kal

TTPOOBEUTIKA GUPMETOXA TwV HUWV®. Ol yuvaikeg etrnpedlovral Aiydtepo coapd Kal
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TeivOouv va €xouv peTayevéoTepn nAIKia eu@aviong Tng acBévelag. H Tpdodog Tng
vOOOU VYEVIKA €ival OXETIKA apyr ME EKTIUAOEIG PEoNG aTTwAEIag 5% TNG ouvoAIKAG

I0XU0G ava £T0G OTTWG YETPATAI UE XEIPOKIVNTO EAEYXO TWV HUWV.

H nAikia Tou aoBevoug katd Tnv évapén tng aoBEvelag KUpaiveTal atd Tn BPEQIKN
€WG TN PEON, eV OTNV TTAEIOVOTNTA TWV TTEPITITWOEWY YIVETOI CUPTITWUATIKA OTN
0euTePN Kal TNV TPITN dekaeTia TNG CwNAG. O1 TTPWIYES EKTIMACEIC YIa TNV €I0BOAA TNG
aoBéveiog NTav 95% £wg TV nAikia Twv 20 e€Twyv, aAAG TTPOCPATEG MEAETEG

UTTOBNAWVOUV OTI N EIGBOAR PTTOPET va gival XaunAdTepn o€ auTh TNV nAikia ™.

Mepitrou 10 20% Twv aocBevwv pe FSHD nAikiag dvw Twv 50 e€Twv kabiotavral
eCaptnuévol atrd Tnv avarnpeiki ToAuBpdva. levikd, 1o TTPOodOKINo (wAS Oev
pelwvetal otn FSHD, av kal mepimou 10 1% Twv atOPwV UTTOPEI va avaTTTUSEl
ooBapny TTEPIOPIOTIKA TTVEUMOVIKI) VOOO TTOU aTtraitei Tn Xprion avarveuotipa. H
OUYKEKPIMEVN MUK  OuoTpo®ia TrapouciadeTal pe  aduvapia Twv  JUWV  TOU
TIPOCWTTOU, OTN CUVEXEIA ETTEKTEIVETAI O€ UG TNG WHMIKAG {wvng Kal Tou Bpaxioviou,
OTOUG KOINIOKOUG JUG KAl oTNV TTPo0BIOTTAdyIa TTEPIOXT) TOU KATW AGkpou. H €CENIEN
TNG vOoou gival TTOAU apyr] aAAd Kal N coBapdtnTd TG TToAU peTaBAnTA. O Babuog
aduvayiag i avatrnpiag ival duvatdv va TTOIKIAAEI OnNUAvTIKG PeTagUu Twv diapopwv
TTPOOREBANPEVWV PEAWV MIAG OIKOYEVEIOG, OAAG UTTOPEI va EUPAVIOTOUV OKOPO
MEYAAUTEPEG ATTOKAIOEIG JETALU TWV AVOPWTTWY TTOU TTPOEPXOVTAl OTTO OIAPOPETIKEG

oikoyéveleg™® 2.

O puikég éVOoC gival ouyxvd TTapdTTovo oTa TTpwida oTddia. H aduvapia iowg va
eTnpedoel Oyl YOVO TOUG PUG TOU TTPOCWTTOU, TOU WHOU Kal TOU Bpaxioviou aAAd kai
TOUG JUG TOU TpaxAAOU, TOUG PUG OTNV TTEPIOXN TOU avTIBpaxiou, TOU KApTToU, TwWV
OOKTUAWYV TNG AKpag xeIpdg, Tou I0Xiou Tou unplaiou, Tou acTpaydAou kal TnG
otrioBiag em@dveiag Tou Kopuou. H aduvapia ptmopei va ecivar acUuuetpn. H
aoBéveia Teivel va eEeNixOei aTTd TO TTPOCWTTO TTPOG TA KATW, ME ApXIKA aduvapia Twv
MUWV YUpw atrd Toug 0@BaAPoUG, To oTONa Kal Ta JdyouAa. Or pueg Tou @apuyya

oev TTAATTOVTAI OTTO aduvapia.

H T1rrepuyoeidng wHoTTAATN €ival 10I0ITEPO ONMPEIO KAl TTOPATNEEITAI  ETTIAEKTIKA
aduvapia  Twv WHOBWPOKIKWY HUWV OTTou  uTtdpxel n  duvarotnta  va

XPNOIMOTTOINBOUV GAAOI JUEG TOU WHOU OTTWG gival 0 BeATOEIBNG. O UTTEPBOAIKOG



TTOVOG yUpw aTTd TOUG WHOUG KAl Ta AETITA Avw AKPA UTTOPEI va €ival TO TTPWTO

OUPTITWHA f oNEAdI TTou Trapouadialdetal o€ priBouc Kai evnAikouc®.

XapaKkTnNPIoTIKN €ival N aduvapia paxiaiag Kauyng Tou Akpou TTodOG Kal N TITWON TOU
Aakpou TTOdOG €CaITiag TNG aduvapiag Tou TTPOCBIoU Kvnuiaiou puog. Or pueg NG

OTTIOBIAg ETTIPAVEIOG TOU PNnpPIaiou, TNG KVAMNG KAl TNG TTUEAOU Bev snnpsd(ovml(z).

O1 €e€WOKEAETIKEG €KONAWOEIG TTEPIAANPBAVOUV TNV aTTWAEIA TG OKONG UWnAWwv
OUXVOTATWY KABWG Kal TNAEAYYEIEKTATIEG TOU ANQIBANOTPOEIdOUS. ZUYKEKPIYEVA,
TIPOKEITAI yIa €¢idpwon Tou au@iBAncTpocidoug (aoBéveia Coats), n otroia, av dev

BepaTreuTei, PTTopei va odnyroel og TueAwon*?.

1.2.4 Zovwxia poikn Svotpogia

KAnpovouEiTal HE TOV QUTOCWHATIKO UTTOAEITTOPEVO XOPAKTAPA 1] OCUXVA eP@aviceTal
otmropadikd. lMapoucialetal apxIK& OTOUG MUG TNG TTUEAOU KAl TOU WHOU, KOl &V
OUVEXEIQ ETTEKTEIVETAI KOl O€ AAAEG TTEPIOXEG. TTPOOPAAAEI TOUG aOBevEIC KATA TN
0eUTEPN Kal TPITN OEKAETIO TNG WIS TOUG Kal TTI0 OTTAvIA KOTA TNV TTPWTN OEKAETIA N
kal Katd Tnv wpiun nAikia®. H coBapr KivnTikA avarnpia emépxetal o 20 xpovia
aTrd TN OTIYMN TTOU gu@avifeTal N acBéveia kal gival utrelBuvn yia Tn JIKPAGS didpKeIag

Cwn Tou aoBevoUg.

O1 KapdIaKEG eKONAWOEIG, Ol OKEAETIKEG TTAPAUOPPUICEIG, Ol BPAXUVOEIC TWV HUWV
Kal n weudoUTrepTpoia dev eival ouxva onueia. H TTpooBoAr Tou TETpaAKEPAAOU
Mnplaiou pudg yia TTOAAG xpovia eival omavia. Or exTeivovteg Twv OAKTUAWV
TTPOCBAAANOVTAI TTEPICOOTEPO ATTO TOUG KAPTITAPES TWV DAKTUAWY TNG AKPAG XEIPOG,
ol pueg TG A.M.Z.Z. TTpooBAAAovTal TMO Ouxvd o€ Oxéon ME TOUG MUG TOou

mrpooyrou®.

1.2.5 0@OaApiki) puomadsiax - 0@OaA KN pvikn Svotpogia

Eival kAnpovouikry TTéOnon 1mou gugavidetal ammo TNV TTAIdIKY PEXPI TNV WPIKN NAIKIa
Kal N 1d1aiIrepdTNTA TNG €ival n apyn €¢ENIEN TNG. ApXIKG TTPOCBAAAOVTAI OI AVEAKTAPES
TWV BAeQPApwYV, PE ATTOTEAECHA N MECORBAEPOAPIKA OXIOUN va oTevEUEl AOyw TTITWONG

TwV Avw BAe@dpwv. MNa Tov TTapatradvw AOYo 0 aoBEeVG TTPOKEINEVOU VA KOTOPBWOEI



va BAETTEl ekTEAET pIa eAappd uttepékTaon TNG A.M.Z.Z. e Tautdxpovn ouoTracn Twv

METWTTIAIWV HUWYV, IATTWGS TTETUXEI VA KIVIAOEl Ta Avw BAEQapa TTPOG Ta emavw @,

1.3 MuoTOVIKEG VOGOL

2TIG HUOTOVIKEG VOOOUG QVIKOUV TPEIG KANPOVOMIKES TTABNOEIC:
1. H puotovikr duoTpogia r} vdoog Tou Steinert.
2. H ouyyevng puotovia f; vooog Tou Thomsen.
3. H ouyyeviig TapauuoTovia rj véoog Tou Eulenburg.

H puoTtovia gival pia TTaBoAoyikn) puik ouoTraon OTTou TTapaTtnpeEeital SUOKOAia oTn
MUIKN XoAGpwaon ETTEITA ATTO PUIKA OUCTTOOT, TTOU PBEATILOVETAI PE ETTAVOANTITIKEG
TTPOOTIAOEIEG. [TI0 OUYKEKPIMEVA, N OUCTOAN TOU WHUOG TIPAYHUOTOTIOIEITAl UE
QUOIOAOYIKA] TaxUTNTa OAAG N XAAQOR TOu ETTEPXETAlI PE KOBUOTEPNON OAiywv

OEUTEPOAETTTWY, YEYOVOGS TTOU TTPOKAAEI TN dlaTapaxr TwV KIVACEWVY TOU coeevoﬂg(z).

1.3.1 MvoTtoviki) Svotpo@ian vooog Tov Steinert

‘Eva XQpOKTNPEIOTIKO TNG MUOTOVIKNAG OuoTpo@iag cival n ueydAn aotdbeia Tng
ékppaong TmG. Eivar kAnpovouiky kai 1O TraBoyévo yovidio petaBipadeTal
emKkpaTnTIKG. Opiouéva dtoua Ba eTnpeacTouv TTOAU aTTd TNV acBEvela, v GAAa
Ba dei€ouv TTOAU Aiya onuddia Tnc™. H puotovikr duoTtpogia SiakpiveTal oe TUTToU 1
Kal 2. H puotovikh duoTtpogia TutTou 1 (DM1) Kai n pguoTovikh duoTpogia TUTTOU 2
(DM2) eival ouvBeTeG TTOAUCUOTNUATIKEG Q0BEVEIEG TTOU ETTNPEACOUV TTOAAOUG 1I0TOUG
OAAG KUpiwG TTPOKAAOUV EAATTWHATA OTOV OKEAETIKO PU. H coBapdTnTa Twv KAIVIKWV
onueiwv Kal oTiG dU0 aaBéveleg gival agloonueiwTn Kal TTapoudcidlel TToIKIAia HETAEU
Twv aocBevwy. YTapxouv TE00EPIG KUPIEG KAIVIKEG JOopPEG Tou DM1, TTou dlagépouv

WC TTPOC TN CORAPATNTA TOU PUIKOU QaIvOTUTIOU Kai TRV nAikia évapénc®.

H mo coBapry yoppr) DM1 gival pia ouyyevig popen TTou emnpeddlel Ta veoyEvvnta
Taid1d. O OKEAETIKOG PUC Twv aoBevwyv pe ouyyevri DM1 rapoucidlel kabuoTépnon
oTnNV avaTrTuén, ge ooBapr MUiK aduvauia TTou XapakTnpieTal atro PJEIWPEVO UUIKO
T6vo. H DM1 otnv 1aidiki nAiKia xopaktnpifetar amd  yVWOIOKES KOl

OUMTTEPIPOPIOTIKEG avwMaAies. O aoBeveig hge AOUPTITWUATIKY popery DM1 dev



TTapouoidlouv JUIKE OCUPTITWHOTA, €vW Ol aoBeveic pe evilikn évapén DML

QVOTITUOOOUV TIPOOSEUTIKN JUOTOVia, WUIKH ammwAeia kai aduvapia®.

H DM2 cival pia aoBéveia pe kaBuoTtepnuévn Evapén TTou eTTNPEACEl KUPIWG TOUG
€YYUG UG, TTPOKAAWVTAG MUIKA aduvapia, puikd 1Tévo Kal puoTtovia. Aev UTTApPXE!
OuyYevnG Hopery DM2. Xapaktnpidetal wg TTOAU NTTIOTEPN ACOEVEIQ CUYKPITIKA PE TNV
DM1. Ala@OpPETIKOi TUTTOI PUIKWV IVWV €ival aTpo@ikoi otnv DM1 kai otnv DM2:
YTTapxel augnuévn atpo@ia Twv YUKWV IVWV TUTTou 1 otnv DM1 Kal Twv vV TUTTOU
2 otnv DM2®),

‘Eva KEVTpo TTapatmoutrig otnv AyyAia diatmiotwoe 611 n DM1 gival n ocuvnBéoTepn
YEVETIKA AOBEVEIQ TWV OKEAETIKWY PUWV Kal avTIOTOIXEI 0TO 29% Tou TTAnBuopoU o€
KAIVIKA 101K} 0€ PUiKEG TTaBRoelS. O ekTINAOEIS yia Tov eTITTOAacud 1ng DM1 oTtnv
Eupwtrn kupaivovtal atmdé 1 o€ 8.300 £€wg 1 o€ 10.700. MeAéTeG O€ PN EUPWTTAIKOUG
TTANBuopoUg £deiIEav OTI N PuoTovikh duoTpogia TUTToUu 1 eival otrévia otnv Taipav
Kal oTnVv uttooaxdpia AQPIKn, EKTOG aTTO TOUG atToyovous EupwTraiwy 1Tou (ouv 0Tn

NoTiIa AQpIKr).

YTTapyxouv AyOTEPEG ETTIONMIOAOYIKEG MEAETEG yIA TN MUOTOVIKA dUOTpPOYia 2. 2TIG
H.M.A. n KAIVIKA epTTeipia atrodeikvuel 0TI n DM2 gival TTepiTrou TTEVTE QOPES AIlyOTEPO

koiviy amrd v DM139,

H péon nAikia évap¢ng tng vooou cival 20-40 €TWv, €V O OTTAVIEG TTEPITITWOEIG
UTTAPXOUV CUUTITWHATA atro Tn yévvnon (MUOTOVIKY duoTpo®ia Twv veoyévvntwy). H

VOOOC TIPOTBAAAE! Kal Ta BUO PUAA e TNV idia cuxvoTnTa®:

1.3.1.1 KAwvikég ekSnA@oelg

H puikn aduvapia kal n atpogia Trapoucialovial TTPOOdEUTIKA OTOUG UG TOu
TIPOCWTTOU KAl TOU aux£va, TOU OTTOIOU Ol HUEG £TTNPEACOVTAI VWPIG, KAl OTN OUVEXEIX
METAKIVOUVTaI TTPOG Ta Gkpa. H aduvapia kal n arpo@ia TrapartnEeital Kal 0Toug
OTOMATOPAPUYYIKOUC HUG. AOYw TTPOCGROAAC TWV KPOTAPIKWY KAl TwV PaonTAPIWV
Muwv dlaTtapdooeTal N JACNON Kol 0€ COPAPES TTEPITITWOEIC TTAPATNPEEITAlI XaAapo
oayoévi, eV TO OTOPA PEVEI avoIXTO. ZUVABWG N PUIK aduvauia Kal n atpogia Tou
TTPOCWTIOU gival UTTEUBUVN Yia TNV TITwon Twv BAepdpwv®?, eviy n aduvapia ™G

YAWOOOG KAl TWV QWVNTIKWY X0PdWwV TTPOKAAEI AAAQYEG OTNV TTOIOTNTA TNG PWVNG,



TTOU OTn OUVEXEIA YiveTal €vpivr. AQuvaMia Twv PUWV TOU @Apuyya MTTOPEI va

TTpokaAécel Buopayia o€ dlapopeTikoUc Babuouc™.

2TOV QUXEVA XOPAKTNPIOTIKN €ival N atpo@ia TWV OTEPVOKAEIOOUACTOEIDWY HUWV KOl
GAWV PIKPOTEPWY Puwyv OtTou N AM.Z.2. poiddel pe Aaigd KUKVOU. 2Ta GKpa Ol
TTEPIPEPIKOTEPOI JUEG TTAATTOVTAI TTIO £VTOVA OTTO TOUG KEVTPIKOUG, O€ avTiBeon PE TIG
AAAeg duoTpogieg. Otav eTnpedlovTal O AVATTVEUOTIKOI PUEG, MEIWVETAI N CWTIKN
XWPNTIKOTATA TWV TIVEUPOVWY. H aduvapia Tou dla@pdyuartog iowg CUuBE TTpIv atro
TN MUIKA aduvapia Twv akpwv. ‘ETol, AoOITTOV, OUXVEG €ival Ol AVATIVEUOTIKEG

AolpwEEiC ol oTroiec atrethoUv T {wr Tou aoBevouc1).

H puotovia oTIg €koUOIEG KIVAOEIS ouvrBwg dev gival TTOAU évTovn, €vw UTTAPXEl N
TAON VA PEIWVETAl PUE TNV TTAPODO TOU XPOVOU OCO ETMIOEIVWVETAI N MUK aduvauia
Kal n atpo@ia. H kUpia oBaApIKr eKOAAWON TTOU EVTOTTICETAI O€ AUTH) TN VOOO £ival O
Katappdaktng. O1 o@BaAuIKEG EKBNAWOEIG apopolv oxedOV T0 100% Twv aoBevwy Kal
ioWwg va €ival To Jovo onuadl TNG vooou™. Ooov aQopa TIG KAPOIAKEG EKONAWOEIG,

TTapouciddovtal TTPoBAfaTa TOU KapdIaKoU puBuou*?,

Etriong, n peTwmaia @aAdkpa eu@aviCeTal cuxva 0Toug AvOPES Kal TTOAU OTTAvIA OTIG
YUVAIKEG. 2TOUG AVOPEC CUXVA TTAPOUCIAZETAl ATPOYPIA TwV OPXEWV TTOU deV OONyEi

O€ OTEIPOTNTA, EVW OTIG YUVAIKES TTAPOUCIACETAI ATPOPIA TWV woer]K(bv(l'z).

H peiwpévn akory eival ouxvhi aMd ouvibwe TapapAémera™. H  auénuévn
ouxvoTnTa TNG XOAOAIBIaONG o@eiAeTal OTNV  €UTTAOKA TWV AWV PUWV  TNG
xoAndoxou. H evrepikp duokivnTIKOTATA €ival ouviBng, TTPOKAAWVTAC evaAlayn
QaIvouEvwy  OIdppolag  Kal  OUOKOINIOTATAG. Aev  €xel TTPOODIOPICTEI €AV T
OUPTITWHOTA auTA OQEIAOVTal OTn CUMMETOXA TOU Agiou HUOG A TWV EVTEPIKWV
VEUPWV 1 Kal Twv duo. EmdnuioAoyikég peAéTeg emBeBaiwvouv 0TI n DM1 oxeTideTal
ME uPNASTEPO KivOUVO KapKivou, Kupiwg atov Bupeoeidr, aTo KOAOV, GTO EVOOUNTPIO,
OTOV €YKEPAAO Kal 0TOUG 0pBaApoUG. H puotovikry duaTpogia TUTToU | oxeTiCeTal PE
METABOAIKEG dlaTapaxEC ocUPTTEPIAAPBAvouEVNG TNG avTioTAong OTNV IVOOUAIvVN, TNG

augnuEvNg XoAnoTepOANG Kal TNG U'IT£pr|Y)\UK€p|6(]|piqg(lovlz)_

Etriong o1 aoBeveic mapouaialouv diavonTik kaBuotépnon. Ta maidid pe Evapén 1ng
DM1 petd 10 TTPpWTO £T0G OAAG TTpIv atmmd Ta 10 £€1n Cwng TTapoucidlouv ouxva
EVTOVA YVWOTIKA KOl CUUTTEPIPOPIKA XAPOKTNEIOTIKA TTou Ogv ouvodeUovTal atrd

EM@AvA MUK vooo. [Mepitrou T pIcd aommd autd Ta TTAIBIG €XOUuV dIavVONTIKA
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kaBuotépnon (IQ TARpoug KAiyakag otnv KAigaka Twv 50-70). Towg va eu@avioTei
MIO OEIpA YUXIOTPIKWY CUUTITWHATWY, OTTWG N dlatapaxr €AAEIYNG TTPOCOXNG, TO
Ayxog Kai n diarapaxr 1ng d1dBeong, aAAG o auTiopdg gival GOUW']GIGTOQ(lO). TéNoG, n
ATTVOIO TOU UTTVOU PEPIKEG POPEG €ival TTapoUca aAAG Oev QaiveTal va TTPOKUTITEI ATTO
TNV KOTTWON 1 TNV UTTVNAIQ TTOU TTAPATNPEITAI OTAV TTAEIOVOTNTA TWV ATOUWV HE

amvoia®?,

1.3.1.2 poyvwon

H mpdyvwon civar Bapid- 15-20 yxpodvia Petd Tnv €vapén o aoBevig TTapouciddel
KIvnTIKr) avarrnpia. H aduvapia Kal 0 arpo@ia Twv JUwv PeE TV TTApodo Tou Xpovou
QUEAVETAI KAl UTTAPXE! TTEPIOPIOUOG TOU acBevoug oe avatmnpiki KapékAa ota 40-50
Xpovia Tou, evw o€ nAikia 50-60 e€Twv KataAqyel, Kupiwg AOYW QVATTVEUOTIKWV

AolpwEewy 1 atré kapdiakr appudpia?.

1.3.2 Zuyyevi|¢ puoTtovia

Eivai kAnpovouiky voéoog, ovoudletal kKal vOoog Tou Thomsen, kKAnpovoueital Je
QUTOOWMATIKO ETTIKPATNTIKO XOPAKTAPA Kal OUVABWG apxidel oc nAIkia 5-6 €Twv.
XApOKTNPIOTIKA €ival n UTTEPTPOYIA TWV MUKWV Palwv TTapd Tnv uttdpxouca
aduvapia Kal PuoTovia, evw ATToucidalouv ol GAAEG €KONAWOEIC TNG MUOTOVIKAG
6U0Tpocpiag(1). Na onueiwBei 611 pe TRV TTAP0odo Tou XPOVOU N PuOoTOovia UTTOXWPEI,
EVW N MUK UTTEPTPOYIa Trapauével oTabepr). AOyw TTOPATETAPEVNG  MUIKNAG
oU0TTaoNG Ol KIVAOEIG TOU a0BevOUg KATA TNV €vapgh TOUG EKTEAOUVTAI PE QPKETH
OuokoAia. H puoTovia BeATIWvETAl PE ETTAVOANTITIKEC CUCTIACEIG, EVW ETTIOEIVWVETAI

HE TNV TITWON TNS Beppokpaaioc®.

Mia xeipdtepn pop@r TnNG véoou Tou Thomsen eival n cuyyevig yuoTovia Becker, n
oTroia ep@avifetar o€ peyaAuTepn nAKia. ApxIkd TTPooBAaAAel Ta KATW Akpa Kal
akoAouBeiTal atmd aduvapia Kal HIKPR aTtpo@ia Twv TTEPIPEPIKWY TUNHATWY TwV

axpwv®.
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1.3.3 Zuyyevi|¢ TapapvoTovia

Eivar kKAnpovouikp vOoOG Kal  KANPOVOWUEITAI HPE QAUTOOWHMPATIKO  ETTIKPATATIKO
XapakTthpa. MNaparnpeital évrovn pguoTovia, n oTroia ouvrBwg eP@avieTal o€ Yuxpo

TTEPIBAANOV.

AvTiBeTa pe TIG UTTONOITTEG MUOTOVIEG, OTNV TTAPAUUOTOVIO N JUoTOovia TEivel va
ETMOEIVWVETAI JE TNV ETTAVAANWN TWV KIVIOEWY, EVW N MUIKN UTTEPTPOYIA u@ioTaTal,
ot MIKPOTEPO OpwWG PaBud oe oxéon ME TN Ouyyevr) puotovia. H ouyyevAag
TTOpApUoTOVia BIAKPIVETAI YIA TTEPIODIKI TTAPAAUCH UE TNV TITWON TG BEPUOKPATIaG.
Mapartnpeital TTPOOROAN TwV PJUWV TOU TTPOCWTIOU, TOU aAvTIBpaxiou Kal TNG AKPAG

xeipoc®.

1.4 Tvuyyevelc puomadeleg

O1 ouyyeveig JuoTTaBeleg gival OTTAVIEG DIATAPAXES TTOU XAPAKTNPICOVTAI ATTO TTPWIMN
MUIKA aduvapia kal Tagivogouvtal Pe PAOn TNV EMKPATNON OUYKEKPIPEVWV
IOTOAOYIKWV avVWHOAIWY o€ PBloyieg pUwv. O eKTINWMEVOS ETTITTOAACUOG TNG €ival
1/25.000. ZuvdéeTal pe TTPOOSEUTIKN 1] UN TTPOOBEUTIKN MUIKA aduvapia, duokoAia
oTnNV avartvor Kal kKaBuoTtepnuévn KivnTIKOTNTA. Mapd 10 yeyovog Ot TTOANG yovidia
€XOUV OUOCXETIOTEI UE OUYYEVEIC PUOTTABEIEG Ta TeAeuTaia Xpdvia, pia TPpdoEATn
MEAETN avEpepe OTI Ovo o€ 16 atmd 46 aoBeveic oTig H.I.A. €yive poplakr didyvworn.
AuTO o@eileTal OTO yeyovog OTI, TTApA TIG KAIVIKEG Kal IOTOAOYIKEG €EETAOEIC, N
TTAEI0VOTNTA TWV aoBevwV TTapouaiddel un €18IKa xapaktnpeioTikd. H diayvwon Twv

OUYYEVWV HUOTTABEIWV BIOKPIVETAI yia TV 10XUPH KAIVIKA Kai YeVeTIKr etepoyéveia®,

MpokeiTal yia KANPOVOUIKEG PUOTTABEIEG PE 1B1ACoUcEG OOMIKEG OAAOIWOEIC Kal TA
OUPTITWHOTA TOug evToTriCovTal apéowg PETA Tn yévvnon. O1 ouyyeveic HUOTTABEIEG
dev dlakpivovTal yia TNV TTPOOBEUTIKN ETOEIVWOT] TOUG OAAG TTPETTEI VA ONPEIWOET OTI
ME TNV TTAP0dO TOU XpOVou eTTEPXETAI N KAIVIKA BeATiwon Twv acBevwy. Maparnpeital
utToTovia TOU PBPEQPOUG, UTTOTTAACIO TWV OKEAETIKWV HUWYV, €AATTWON A Kal
Katapynon akOPn TwV TEVOVTIWV AVTOVOKAAOTIKWY KOl OKEAETIKEG QVWHOAIEG.
Emriong, eudidkpitn €ival n aduvapia Twv KEVTPOPEAIKWY HUWV TwWV AKPWYV, OUWG Ol
TTPOCWTTIKOI PUEC GUVABWC Sev TpooBdArovtal®. KAvikd, n Tpdwpn eppavion TS

vOooou, n oTaBep) 1 N apyn TPOOJEUTIKA MUiKA aduvapia, n utroTovia Kai n
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KaBuoTepnuévn KIVNTIKA avdatrTuén €ival Kolvd onueia OTIG TTEPIOCOTEPESG HOPPES

1,2,15
219,

1.4.1 MuoTtAO£1x LE KEVTPLKO CWUATLO

MpokeITal yia cuyyevr JUOTTABEIa PN €EENIKTIKR), OTTOU TTapaTnpEiTal aAAoiwon Tng
KEVTPIKNAG TTEPIOXNG TWV MUKWV IVWV. ApxiCel oTn vNTTIOKN NAIKIA JE XAPOKTNPIOTIKO
yvwpioua Tnv utrotovia. H oTamikokivnTik €EEAIEN TTapoucidlel kaBuoTtépnon, n
MUIKN 10XUG €ival PeIiwPévn, 101QITEPA OTA KEVTPIKA TUAMOTA TWV AKPWYV, Kal Td
TEVOVTIO QVTAVOKAQOTIKG €AATTWVOVTAI 1} KATAPYOUVTAI, EVW UTTOPEI va gival akoua

Kal QUOCIoAOYIKA.

AloonueiwTeg €ival Kal o1 dlaTapaxEG TOU OKEAETIKOU OUCTAMUATOG OTIC OTIOIEG
TTPWTAYWVIOTIKO POAO KATEXEI TO OUYYEVEG £€APOPNUA TOU 10XIOU, EVW OKOAOUBOUV N
AOPdwON Kal N KUQoOoKoAiwaon. YTTAPYXOUV TTEPITITWOEIG AoBEVWV OTOUG OTTOIOUG N
KoIAOTTOdIia KAl 01 PIKVOi axiAAEIol TEVOVTEG aTTOTEAOUV TO HOVadIKO KAIVIKO oTolxeio. H
OTACIUN €IKOVA TNG VOOOU Eival XOPAKTNPIOTIKO OTOIXEIO, EVW ME TNV TTAPOOO TWV

ETWV onueIveTal KAIVIKA BeAtiwant219),

1.4.2 MvomtaBswx pe paBdia ) pvomadeia tov Nemaline

MpdkeITal yia vOOO TTOU KANPOVOUEITAI QUTOCWHATIKA (ETTIKPATNTIKA 1] UTTOXWPENTIKA).
XapakTnpileTal 1IoToTTaBoAoyIKG aTrd avaTTuén paBdiwv péoa oTiC ivee Twv puwv®.
H puomrdBeia pe paBdia cival pia ammd TG ouvnBEoTEPEG PN DUCTPOPIKEG CUYYEVEIG
MuottaBeieg (emimrwon  1/50.000 otn ®ivAavdia). KoBwg eutrAékovTal Kal ol
QVOTTVEUOTIKOI PUEG, Ol aoBeveic TTou eTTnpeddovTal coBapd egapTwvTal aTmmd Tov
avatrveuoTripa. O1 Pnxaviopoi OToug OTToioug o@eEiAeTal n JUikh aduvapia oTn
OUYKEKPIPEVN PMUOTTABEIa gival €TTi TOU TTAPOVTOG EAAXIOTA KATAVONTOI. ZUVETTWG, OEV

UTTAPXEl OKOUN BgpatreuTikr) aywynR™?.

XapakTnpIoTIKO TNG KAIVIKAG €1IKOVAG TNG VOOOU €ival Ol CUXVEG OKEAETIKEG AVWHOAIES
OTTWG eival 0 TPOTOOEIdNG BWPAKAS, N KUPOOKOAIwWGON, O TTPOYyvaBIoUOS Kal n)
ETTIPAKUVON TOU OTTAaXVIKOU Kpaviou. H puottddeia pe papdia opoidlel KAIVIKG JE TN

MUOTTABEIO PE KEVTPIKO OWUATIO. ZuvnBwG dev eEEAiCOETAI Kl OTTAVIO TTAPOUCIAZETAl
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apvNTIKA TTopEia TTou KaTaAfyel oTov Bdvaro Adyw avaTTVEUCTIKWY dIOTAPAXWY OThV

TPWIPN TTaudIKA NAkia®,

1.4.3 Moo @WANVAPLAKT) 1] KEVTPOTIUPNVIKT] LVOTIAOELX

H «kevipotupnvikl duotrdBeia  €ivalr pia opada  KANPOVOUIKWY  VEUPOMUIKWY
dIaTAPAXWY TTOU TALIVOUEITAI OTIC OUYYEVEIG HUOTTABEIES. TapOAo TTOU evTOTTIOTNKAV
QPKETA evoxoTroIinTIK& yovidia, HEPIKOi acBeveic dev @Epouv Kauia atrd TIG OnUEPIVES
YVWOTEG HETOAAGEEIG. 2T HUOCWANVOPIOKH JUOTTABEIA O1 JUIKEG IVEG €XOUV ENPBPUIKA
MUOOWANVWTH dIauopewon Kal Kevipik dIdtatn Twv Truprvwy. Mépa atmoé Ttnv
aduvapia Twv PUWV XOPOKTNPEIOTIKA €ival N avativVEUOTIKA AVETTAPKEIA, N OTToid

apXIKG UTTopEi va ekdNAWOE KaTd Tn didpkeia Tou UTrvou™®,

H emimrwon OAwv Twv ouyyevwyv puotrabsiwv (cuptrepIAapBavouévng Kal Tng
KEVTPOTTUPNVIKAG MUOTTABEI0G) ekTIpaTal o€ TrepiTou 0,06/1.000 Cwoeg yevvAOEIS
TO éva OEKATO OAWV TWV TTEPITITWOEWV VEUPOUUIKWY dlatapaxwy. O HeAETEGC OTN
Bopeia IpAavdia kai Tn AuTikiy Zoundia utrtodnAwvouv emikpdtnon 3,5-5/100.000 o€
TTadIATPIKO TTANBUCOPOG. AuToi o1 aplBuoi civar moavoe va utroTiunBouv, Kabwg n
IOTOTTAB0AOYIK £KQPACN OUYKEKPIMEVWYV YEVETIKWV EAQTTWHATWY MPTTOPEI va gival

HETORANTH Kal oUXVE pn €18Ikn, 131aiTepa o€ veapr] nAikia™.

H aduvayia epgavifetal cuvnBws KEVTPIKA, GAAG UTTOPEI va EVTOTTIOTEI KOl OTA KATW
AKpa 0 OUVOUAOMO HE TTAPAUOPPUWOEIG AUTWY. AANEG OKEAETIKEG TTAPANOPPWOEIG
mepIAauBavouv uwnAd ToEWTO oupavioko Kal Tn okoAiwon. H puadyia katd tnv
Aoknon artroTeAei Eva 101AITEPO onpal'o(lg). H un €€€NIEN TNG vOOOU Kal n TTPWIKN
TTapouadia Tng €ival KOIVA XAPAKTNPIOTIKA WE TIG UTTOAOITTEG OUYYEVEIG JuoTTaBeies. H
MUOOWANVOPIOKN MUOTTABeIa dia@épel OTO OTI TTapaTnPouvTal TTAPAAUCEIS TwV
OQOAAUIKWY PJUWV Kal TTPOooBAANOVTAI O KEVTPIKOI Kl TTEPIPEPEIOKOI MUES. H €vapén
TNG onUEIWVETAI OoTn vnmmok | Taidikg nAIKia pe aduvapia Kal aTpo@ia oTo

TIPGOWTIO KAl OTA KEVTPIKG THAMOTA Twv akpwv™?.

1.4.4 MttoxovSpLakég HuoTa0eLeg

O1 pitoxovdplokég puoTTABeleg TTEPIAQUPBAVOUV  [Ia  PEYAAN €Tepoyevh oupdda

dIaTAPAXWY TTOU TTPOKUTITOUV OTTO TNV TTPWTOYEVI BUCAEITOUPYIQ TNG MITOXOVOPIOKNG
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QVOTTIVEUOTIKNG OAUCIOOG Kal TTPOKOAOUV MUIKN aoBévela. AuTéEG ol dlaTapaxég

XapakTnpifovTal atd SucAeimoupyia oe TTOAG cuoThpaTa-dpyava@?.

O1 dopIKEG Kal AEITOUPYIKEG DIATAPAXEG TWV MITOXOVOPIWV dev ATTOTEAOUV PACIKO
KPITAPIO yia TN dIAYVWOoN TwWV JITOXOVOPIKWY PuoTTaBelwy d10TI £xel TTapaTnpnBei OTi
ol TTAPOTIavW dlaTapayéc evioTridovTal kal oe GAAeC TTaBroeic®?Y. O1 piItoxovdplakéC
d1aTAPAXEG €ival N TTO KOIVI) MOP®r] KANPOVOUIKWY METAROAIKWY BIATAPAXWY HE
ouxvotnta 1/4.000. To 1966 o Engel avagépbnke yia TTpwTn @opd oTnv acbBéveia

aut@?.

H évapén ptropei va yivel og otroladnTrote nAIKia, av kai ouvriBwg ol TTio copapoi
@aIvoTuTrol TTapouaciadovral vwpitepa oTn (wr evw Ol NTTIOTEPOI TTAPOUCIAloVTal
apyoTepa®?. H oupueToxr) TOU OKEAETIKOU MUOG UTTOPEI va TTAPAUEIVEI UTTOKAIVIKA,
MTTOPEl va ekONAWOBEI WG PEPOVWMEVN AVODOG TNG KPEATIVIVIG TNG KIVAONG 1 WG
aduvapia Kal €¢acBévnon Miag | TTEPICOOTEPWY MUKWV opadwyv. H Tropeia Twv
MITOXOVOPIOKWY MUOTTABEIV  €ival apyfl Kal TTPOOOEUTIKH) Kal JoOvo oTrdvia
eCeNicoeTal Taxéwg Kal odnyei o€ TEPIOPIOUO TNG KIVATIKOTNTAG KAl ATTaiTnONn YId
avaTINPIKA KOPEKAQ 1] OKOPA KOl O€ MUK avorveuoTikhy avetrdpkeia®. H kAvikn
EIKOVO Q0BeVWV UE MITOXOVOPIAKK) MUOTTABEIa UTTOPEI va €ival n IVOPUOAyia, n
adUVAMIA TWV OKEAETIKWY PUWYV, O TITWOEIG, N MOVIUN KAl EUKOAN KOTTWON, O PHUIKOG
TTOVOG 0€ KATAOTAON NPEMIAg n EmeITa amd PETPIO AOKNON, Ol PUIKEG KPAUTTEG, Ol

MUIKEG OUOTTAOEIG KAl N JUIKN aduvapia®,

H didyvwon Pacietal 010 10TOPIKO, TNV KAIVIKA) VEUPOAOYIKA €EETAON, TIG EEETAOEIG
aigaTtog, TO TEOT YOAOKTIKOU Stress, TO NAEKTPOMUOYPA®NUA, TN HAyvnTIKA
TOMOYPO@ia, TN @QACHUATOOKOTTIKY) HAYVATIKI TOPOypa@ia, Tn MUK Ployia, TIg
BIOXNMIKEG EPEUVEG TWV OKEAETIKWV PUWV KOl TIG YEVETIKEG épeuveg(23). Agev uttdpyouv
EIDIKEC BEPOTIEUTIKEC OTPOTNYIKEC VIO TIC HITOXOVOPIOKEC HuoTTaBeiec®. AlaBéoiun
gival pévo n ouuTITwpaTik Bepatreia, n otroia TepIAAUPBAvEl TIC OPOOTTEDIKES
UTTOOTNPIKTIKEG OUOKEUEG, TN QUOIKOBEPATTEIQ, TN dIATPOPN Kal TN QapuaKoBepaTTEia
TTOU TTEPIEXEI TA AVOAYNTIKA, Ta @ApPHOKA yia atmaAAayry atmd TIG KPAUTTEG KAl T
avTIOZEIdWTIKG. ETriong, TTpéTTel va atmo@elyovTal TOEIKA @APUAKA YIO TO PITOXOVOPIA.
ZUVIOTWVTAI  XEIPOUPYIKEG eTmeuRdoelc yia Tn d16pBwon Twv  0pBOoTTEdIKWV

TPORANUETWVZ).
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1.5 MetafoAlkéG KAl EVEOKPLVIKEG HVOTIADELEG

1.5.1 MeTtaBoAlkéC pUOTGOELEG

O1 PeTaBOAIKEG HUOTTABEIEG gival OTTAVIEG YEVETIKEG QOBEVEIEG TTOU TTPOKAAOUV MUIKA
TIPOBANMATA. ZUYKEKPIYEVA, TTPOKEITAI YIA YEVETIKA EAATTWUATA TOU PETAROAIOUOU
TTOU €XOUV WG aTToTéAeopa TNV €§aoBévnon TNG TTapaywyng evépyelag Adyw
EAATTWPATWY OTOV  UETABOAIOPO Twv YAuKoyovwy, Twv AImdiwyv, Adyw Twv
dIaTAPAXWY TWV MITOXOVOPiIWV Kal TTIBavoTtarta AOyw eAATTWUATIKOU WETABOAICUOU
TWV VOUKAEOTIOIwV TNG adevivng. O1 dilatapaxég oTnv 0&eidwaon Twv ANITTAPWY 0GEWV
(FAOD), n TaBoloyikry ammobrikeuon YyAukoyovou, KaBwg €Tmiong Kal ol
MITOXOVOPIOKEG MUOTTABEIEC AVTITTIPOOWTIEUOUV TIG TPEIG KUPIEG OMAdEC Twv
METABOAIKWYV puoTTaBEIwV (TTAPOAO TTOU OTH CUYKEKPIPEVN EPYOTIA O ITOXOVOPIAKES
MUOTTABEIEG EVTAOOOVTAI OTIG OUYYEVEIG JUOTTABEIES). Oplopévol Bewpouv, OPwG, OTI
OTIG METAPBOAIKEG HUOTTABEIEG AVAKEI KAl N QVETTAPKEIA TNG JUADEVUAIKNG deauivdong
(AMPD1)@42),

Mapatnpeital pia TToikiIAia KAIVIKWY eKONAWOEwWV O€ dIAPOPETIKEG NAIKIEG. Ta veoyva
Kar ta Bpéen ouvABwg ep@avifouv uTttoTovia, evwy TTPooBAaAAovtal Kal GAAa
oucoTAPaTa, OTTwG TO ATTAP Kal 0 eykKEPaAog. Etriong, n epeavion tnG acbévelag o€
MEYaAUTEPN nAIKia TTpokaAei ouvBwg duoavegia oTnv AoKNon ME 1 XWPIg
TTPOOBEUTIK] aduvapia Twv MUWV Kal Puoo@alpivoupia. lMevikd ol acBéveleg
atroBrikeuong yAukoyovou KaTtaArjyouv o€ duocaveia otnv doknon uynAng éviaong,
EVW ol aoB€veleg TTou opeilovTal o€ dlaTapaxr TNG 0geidwong Twv AITTAPWY 0gEwv
eg@avidovral Kupiwg kara Tn OIApKEId dPACTNPIOTATWY TUTTOU AVTOXAG 1 UTTO

OUVBIRKEC VNOTEIOC 1 GAMWV PETAROAIKG OTPECOYOVWY KaTaoTAoEWY #4298,

1.5.1.1 MvomdOsieg amé Statapayn Tov ueTABoALouol Twv véaTavOpdKkwv

MpdkeiTal yia HUOTTABEIEG TTOU N AITiO TOUG €ival N aveTTAPKEIA A N oUyYEVAG EAAEIWN
TTPWTEIVWV TToU ovoudlovTal évCupua, Ta OTToia €ival aTTapaiTATA yia TOV HETABOAICUO
Tou yAukoyévou®. Qc ek TOUTOU TO YAUKOYOVO OmroBnkeUeTal oTa KUTTOPA KOl O HUC
oTepPEiTal TIC BACIKEG TTNYEC evépyelag. AvAAoya Pe TO av UTTApXEl TTAVTEAAS EAAEIYN 1)
QVETTAPKEIQ TOU €vCUUOU, N KAIVIKR €Ikova TrepIAauBdvel aduvayia, KPAPTTEG Kal

MUOCQAIPIVOUPIQ YE KAPEOXPWHA OUPa ETTEITA ATTO MUIKA KOTTWON.
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ZTIC YAUKOYOVIGOEIC, AOITTOV, avijKouv ol €AC TUTToI®):

O T1umog I, Tou o@eideTal o€ EANelwn  evfUpou  YAUKOCN-6-owo@artdorn.

MpoaoBaAAovTal To ATTAP Kal o1 vEQPOi (vOoog Von Gierke).

O T1utrog I, Tou ogeileTal oe EAAelwn evCuuou 1,4 yAukooiddaon. NpooBdaAlovtal ol
YPOUMWTOI pUeG, n kapdid kai AdAAa o6pyava (vooog Pompe, TTou MTTOPEi va
eppavioTei oTn BPePIKn nAIKia kKal To BPEPOS TTPOCRAAAETAI ATTO KUAvVwOT, dUCTIvVOIQ,
uTToTOVIA KOl OTA AKPA TTOPATNPEEITAI KEVTPOMEAIKA aduvauia. ApPKETa cuxva
TTOPATNPOUVTAI AVATIVEUCTIKEG AOIMWEEIG ECAITIAG TWV OTTOIWY PJECA OTO OEUTEPO £TOG
CwNAG 1O BpEPog KaTaAnyel. H vOoog utTopei va eupavioTel oTnv TTPWTN TTAIBIKI NAIKIa

ME KaAUTEPN TTPOYVWON).

O Ttutrog lll, tou o@eiAeTal oe €AAelYn TOUu €vCUPOU ApUAO-1,6-yAukooiddon.

MpoaoBaAAovTal To ATTAP, N KAPSIA KAl Ol YPANPWTOI HUES (vOoog Cori Forbes).

O T10mog IV, Tou o@eietal o€ €NAelwn  TOu  evlUpou  dGpulo-1,4-1,6
TpavoyAukoaoiddaon. lMpooBaAAovTal TO ATTAP Kal O YPAMMWTOI PUES (VOOOG TOUu

Andersen).

O T1umog V, Tou o@eileTal o EANAEIWn TOUu €VCUPOU MUIKA  QuO@OPUAAGOH.
MpooBaAAovTal o1 ypaupwToi pueg (vooog Mc Ardle). H vooog €iofaAAel otnv
TTaIdIKA NAIKIO JE akapwia, aduvayia Kal JUaAyieg Kata Tn Yuikh aoknon. Ettiong, av
ol a0Bevei¢ ekTEAEOOUV KATTOIO MUIKI AoKNon, €u@aviCouv KaTaBoAr duvauewv,

duoTIvVoIa Kal Taxukapdia.

O T1UTTOG VI, TToU o@eiAeTal oe EAAEIWn NTTATIKAG wao@opuldong. MNpooBdaAAeTal To
ntrap (vooog Hers).

O T1UTT0G VII, TTOU Oo@eiAeTal o€ EAAEIYPN TG PLOPOPPOUKTOKIVAONGS. NpooBaAlovral
Ol YPANMWTOI MUEG.

O tUutog VI, Tou ogeileTal o EANeIwn pwooetoloicouepdong. MpoaBaAAovTal ol
YPANMWTOI PUEG.

O 1UTTOC IX, TTOU OQEIAETAI OE EAAEIYN PWOPOYAUKEPIKAG KIVAONG Kal, TEAOG, O TUTTOG
X, TTou o@eileTal oe EAAEIYN TNG WO @OoyAUKououTdong. Kal oToug dUo TeAEUTAiIOUG

TUTTOUG TTPOCGRAAAOVTAI O YPOAUMWTOI PUEG.
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1.5.1.2 MuorrdBsisc amo diarapaxn rou peraBoAiouou twv Anmdiwv

H B oeidwon Twv Aimmapwyv o&éwv atroTeAei Tn BACIKA TNy EVEPYEIOG TWV PUIKWVY
Ivwv. Ta pitoxovopia gival Ta opyavidla péoa oTa OTToia YiveTal N ogeidwon Twv
NTTOpWVY 0&€wv a@ou TTpwTa evwbouv pe kapvitivi. Na onueiwBei 611 yia Tnv
TTapaTmdvw oUVvOEon OTTQITEITAI N CUMPMPETOX Tou evqUuou karnitine palmityl

transferase®.

H puotdBeia AOyw OuykEVTPWONG AITTOUG OTOUG OKEAETIKOUG MUG OQEIAETAI O€
QVETTAPKEIQ TNG KapvITivngG. EEeAicoeTal pe apyd puBuod, TTapouciddeTal 0Tn PPEPIKN
N otnVv TTaIdIK NAIKIa Kal ETTIQEPEI PUIKA adUVAMia KUPIWG OTOUG KEVTPONEAIKOUG HUG

TWV dewv(z).

1.5.2 EV80oKpVIKEG pUOTIAOELEG

H utrepBoAIkry augnon 1 N utTEPPOAIKA EAATTWON TWV BUPEOEIDIKWYV OPUOVWV UTTOPEI
va odnynoel o€ PJuottddela mTou gpgavicetal oto 5-10% TOU yeVIKOU TTANBUCHOU uE
UTTOBUPEOEIBIONO, O OTI0IOG EVTOTTICETAI CUXVOTEPA OTTO TOV UTTEPOUPEOEIBIOUO.
AUTEG 01 OpudVEG PEOW TNG QIPATIKAG KUKAOQOPIOG TTopeUovVTal KOl PTTOPOUV VA
ETTNPEACOUV TOV HETABOAICHO O€ WIa TTOIKIAIO I0TWYV, CUPTTEPIAQUPBAVOUEVWV KAl TWV

Hutv®),

1.5.2.1 MvomaOeieg A0yw vmrepOupeostSiouov

MpokeiTal yia Pn KANPOVOMIKEG MUOTTABEIEC TTOU O@eiAovTal O€ UTTEPAEITOUpPYIQ TOU
Bupeoeidoug. ZTIC puoTTéBelec Adyw uTTEPBUPEOEIBIOPOU  avhKouv n  xpovia
BupeoeIdoTogIk puoTTABEIa, N ogeia BupeocldOTOEIK HUOTTABEIN, N EVOOKPIVIK
o@BaApotradBeia, n Papid puacbBéveia kalr N UTTOKOAIQIUIKY TTEPIODIKA TTapdAuon.
Toéoo n Papid puacBévela 600 Kal N uTToKaAIaIuIKA TTEPIOBIKA TTapdAuan &ev eival
€IOIKEG BuPEOEIBOTOEIKEG PUOTTABEIEC aANG gugavifovTal OTOV UTTEPBUPEOEISIONO UE
auénuévn ouxvotnta®.

KAIVIKG oTn xpévia BupeoclidoToCIK HUOTTABEIO TTapATNPEOUVTAl PUIKY aduvapia o€
OUVOUOO UG PE ATPOPia TWV HUWYV TNG WHIKAG {wvng, TNG TTEPIOXNAG TOU I0XIOU Kal TV
KEVTPOUEANIKWY HPUWV. 2TnVv  o&gia  BupeoeldOTOCIK) HPUOTTABEIa  TTapaTnPEiTal

TTOPAAUCN TWV TTPOPNKIKWY HUWwyv. H evdokpivikl o@BaAuotrddeia (eEw@OaAuIKA
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o@BaAuoTTAnyia) xapaktnpifetal amo emwduvo eEw@OaAuo kal dimAwTria. ETriong,
TTOAANOI a0B¢eveic avaTTuooouv Tn vooo Graves, BAAPN TwV PJUWYV TTOU EAEYXOUV TNV
Kivnon Twv HOTIWV KAl TwV BAEQPAPWY n OTroia PTTOPEl va 0dnyAoeEl O atTwAEgIa
opaong. H BupeoeidoToikr puotrddeia eppavideTal o€ NAIKIWPEVA ATOUA, WG ETTI TO

TTAEioOTOV AVvOpEG, evw N €VOOKPIVIKA MUOTTABEIO eu@avifeTal €TTionNg 0€ AVOPES

TTPOXWPENMEVNG NAIKIAG.

1.5.2.2 MvonaOeiax A0yw vmoBvpeostSiouov

H éAeiyn Twv BupeoeIdIKWwV OPUOVWY TTPOKAAEI UTTOBUPEOEIBIKY) PUOTTABEIa. Agv
gival KANPovouIKr Kal n KAIVIKN) TnG €IkOva TTepIAaPBAvEl aduvapia Twv PJUwv TNG
WMIKAG Cwvng, TWV JUWV OTNV TIEPIOXA TOu I0Xiou Kkal emiBpaduvon Twv
avravakAaoTIkwy. ETriong, mTapartnpouvTal JUAAYIEG, €TTWOUVEG MUIKEG OUOTTAOEIG,
MUIKN OuOKOuWia Kol WEUDOUUOTOVIKO @aIVOUEVO. MEPIKEG QOPEG TTaPATNPEITAI

UTTEPTPOYIA TWV JUWV Padi UE PUIKA aduvapia®.

Ta KAIVIKG CUPTITWPATO KAl Ta onudadia gival ouxva pn €10Ikd, 101aitepa oTov
uTToBupEOEIBIoNS. Ta puikd cupTITwuata (SuoKauwia, PUAAYIEG, KPAUTTEG, €UKOAN
KOTTWON) ava@Epovtal 0TV TTAEIOVOTNTA TWV aoBevwv PE aAnBr] uTToBUPEOEIDICNO.
2UXVA UTTOTIPATAI TO YEYOVOGS OTI T JUIKA CUPTITWHOTA JTTOPEI VO AVTITTIPOCWTTEUOUV
TNV Kupiapxn f TN govadikr KAIVIKA ekdRAwon Tou uttoBupeoeldiopou, auédvovtag To
NTNua TG d1aPOopPIKAG BIAyvwong ME AAAEC aITiEG MUOTTABEIOG, OI OTTOIEG MEPIKES

Popéc uTropei va eival dUokohec®?”,

H augnuévn KpeaTIviki KIvaon Tou opou, N OTToia OEV CUOXETICETAI KAT AVAYKN ME TN
ooBapdTNTa TWV MUOTTOONTIKWY OCUNTITWHATWY, UTTOONAWVEI aiyoupa Tn MUIKNA
OuoAcitoupyia, av kal Oegv eEnyei TNV aitia. ZTTAVIEC MUIKEG €KONAWOEIG TTOU
oxetiCovTal phe utTToBUPEOEIBIoNO gival N paBdouudAucn, To ouvdpouo Hoffman kai To
ouvdpopo Kocher-Debré-Sémélaigne. Av kal n 1raBoyéveon TnG utToBUPEOEIBOUG
MuoTTéBeiag Oev  €ival € OAOKARPOU yvwOTHA, Ol TIPOTEIVOUEVOI UNXAVIOUOI
TTEPIAAUPBAVOUV  TPOTTOTTOINKEVO  YAUKOYOVOAUTIKO  Kal  OEEIBWTIKO  UETARBOAICUO,

aAAOIWPEVN EKPPATT CUCTAATIKWV TIPWTEIVWV Kal veupopeaoAaBoUuevn BAGRN“".
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H acbéveia gpgavidetal otnv TTaidikA nAIKia 1 PeTd Tnv evnAiKiwon Kal Ptropei va
uttoxwpnoel oxedov €¢ OAOKAApou peE Tnv armokardoTacn Tng BupeoeldIKAG

AgIToupyiag.

1.5.2.3 YmomapaBupeoetSLtouo¢ kat HUomaBeLeg
H utracBeoTiaiyia TTou gp@avifetal oTov uTTOTTaPaBUPEOEIBIoUS €ival UTTEUBuvN yia
VEUPOMUIKEG OIATAPAXEG. 2€ AUTEG TIG DIATAPAXEG AVAKOUV N TETAVIA JE KAPTTOTTOOIKO

OTTA0 MO KAl Ol YEVIKEUPEVOI TOVIKOKAOVIKOI OTTOC HOI.

1.5.2.4 YnepnapaOupeoetSiouidc KAt HUOTAOELES
O1 veupouUIKEG BlaTapaxEG OTNV TTEPITITWON QUTH OPEIAOVTal OTNV UTTEPACRETTIAIUIO
KAl O€ AQUTEG AVAKEI N KEVTPOPEAIKA TTapaAuacn, €va puotrabnTikd HuaAyikd cUvOpOouo

ME aduvapia, Yuikn uttoTovia Kal GAyog oTn pdxn Kal Ta akpa.

1.5.3 AlaTapay£g TmV EMVEQPPLSLOV KoL PUOTIAOELEG
1.5.3.1 XVvépouo Cushing kat pvondOsiax

H Trapartetapévn xopriynon KOPTIKOEIOWY, N UTTEPTTAACIA TwV ETIVEQPISIWV aTTd
adévwpua Tou TTPOoBiou AoBoU TNG uTTOPUONG Kal TO adévwua 1 adevOKapPKiVWPa
TWV EMVEPPISIWV ATTOTEAOUV TOUG EVOXOTTOINTIKOUG TTAPAYOVTEG YIa TO OUVOPOUO
Cushing. MNMapatnpeitar aduvayia Kal atpo@ia Twv PICOPENIKWY PUWYV, KUPIWG TwV

TTUEAIKWV KAl TWV TETPAKEPAAWV.

1.5.3.2 MvomaOsia katL TpwTomaB1)¢ VTTEPAASOOTEPOVIOUOS

2€ TIEPITITWOEIGC OYKOU TOU QAOIOU Twv ETTIVEQPPIDIWV 1 UTTEPAEITOUPYIOG TWV
EMVEPPIBIWV TTapaTnpeital UTTEPPOAIKA EKKpIon aAdooTepdvng. H uTTepEKKpIoN TNG

aAd00oTEPOVNG €UBUVETAI VIO TTEPIOBIKEG TTAPAAUTIKEG KPIOEIG KAl TETAVIO.
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1.5.3.3 Nooog tov Addison

Mpokerrar yia xpovia ETTIVEQPEIOIKI) AVETTAPKEID N OTIoid OTO MUIKO oUOTNHA
EKONAWVETAI PE ETTWOUVES PUIKEG OUOTTAOEIG TWV KATW AKPWYV KAl TwV KOIAIOKWY

MUWV, JE aTTOTEAEOUA VA TTPOKOAOUVTAI BUOKOAIEG OTNV 0pBoCTATNON Kal TN BAdION.

1.6 I81otaBeic PAsyHOVWOEELG pLOTIAOELEG

O1 1010TTaBEIC PAEYHOVWOEIG PUOTTABEIES €ival OCUOTNUIKEG QOBEVEIEC TOU OUVOETIKOU
I0TOU Ol OTT0IEG XOPAKTNEICOVTAI OTTO CUMMETPIKA MUIKA aduvapia, MJEIWPEVN PUIKA
avToxn Kal xpoviCouoa @Aeyuovr) otov Puiko 10T6. Eival n peyoAuTtepn opdada twv
QTTOKTWHEVWY KAl EVOEXOUEVWG BePATTEUCINWY PuoTTabeliwyv. Me Baon Ta Povadika
KAIVIKG, 10TOTTaB0A0YIKA, avOOOAOYIKA Kal dnuoypa@Iké XapakTnpIoTIKA YTTopoUuvV va
dlagopoTroinBouv o€ Tpia KUPIA KOl LEXWPIOTA UTTOOUVOAQ: OepuaTONUOCITION,

TTOAUPUOGITIBA Kal puoaiTida eykAgioTou owpatog@sy.

1.6.1 Asppatopvooitida (DM)

H OeppaTtopuociTida eival pia aotrd TG 1I010TTABEIC QAEYUOVWOEIS PUOTTABEIEG UE
XOPAKTNPIOTIKEG OEPPATIKEG EKONAWOEIG. ZUYKEKPIPEVA, Eival PIA JIKPOAYYEIOTTABEI
TTOU €TTNPEACEI TOUG PUG KAl TO OEPPA: TTIO AVAAUTIKA EVTOTTICETAI MIA OUMMETPIKA
KEVTPIKN aduvapia Twv JUWVY TTou avaTrTuooeTal péoa o€ eBOOUAdES A urveg padi ue
TUTTIKEG  epuBnuUaTWOEIlS HETOBOAEG. O aANAayég Tou OEPUATOG €VOEXETAI VA
TTponynBouv TNG PUoTTAb&Iag 1 va TNV akoAouBrioouv. XapakTnpIoTIKA onueia ival
T0 €&avOnua nAiotpotriou, TO oidnua Twv PAepdpwv Kal n  uttodopIa

aoBeoTotroinon 29,

QoTtéo0 o1 aoBeveig icwg va TTapoucialouv apBpalyieg, apBpiTiIda, OICOPAYIKES
dlaTapaxEG 1 akoua Kal KapdIoTTVEUUOVIKEG duoAsiToupyieg. 'Exel ouvdeBei e Tov
Kapkivo, 181aiTepa Twv woBnkwv. Z&e nAIKIWPEVOUS acBeveic n depuaTopuoaiTida
oxeTiCeTal Ye TOoV Kapkivo. YTTapxel Kal TTaidIKn pop@r] TnG aoBEvelag, n oTroia auxva

TTEPITTAEKETAI ATTO TNV AVATITUEN TNG (p)\gwovr']g@&zg)_

H ouxvotnta eugdviong tng otmig H.IMLA. eivar 1,4 kai 5,8 TTEQITTTWOEIS HPETAEU
100.000 atépwyv. NMapouaiddel pia UTTEPOXN OTIG YUVAIKEG KOl UWPNAOTEPN ETTIKPATNON
oToug nAIKiwpévoug. Qg veavikp DM (JDM, veavikr] dEpUATOMUOCITION) UTTOPEI VO
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eg@avioTei oe TTaIdIA, pe emTTOAAOUO TTou oTo0 Hvwpévo BaciAelo eivalr 3,2 o€

1.000.000 TTaud1d, Kau gival o ouxvr oTa kopitola?,

Katd tnv Taidikr nAikia n TTOAUPUOGITION XapakTnpEiZeTal atro Bapid KAIVIKI EIKOVA JE
MUIKEG aTPOPIEG Kal PBpaxuvoelg, OEPMUATIKEG €E€KONAWOEIG Kal aQIJoppayieg Tou

TETTIKOU cwARva®.

1.7 Muikég TaO1)6£L§ Ao SLaTapayEG TG VEVPOUVIKTG aUvaymg

2TIG TTABAOEIG AUTEG 1DIAITEPO EVOIAPEPOV £XOUV N BapId HUACBEvVEId, N OIKOYEVAG
MuacBévela, Ta Ouyyevrl MUAOBevIKA OUVOPOUA, TO MUAOBEVIKO-PUOTTAONTIKO
oUVOPOUO KAl Ol OIKOYEVEIG TTEPIODIKEG TTAPAAUCEIG, OTIG OTTOIEG AVIIKOUV N OIKOYEVNG

UTTOKAAIQIMIKA KOl N UTTEPKOAIQIYIKE TTEPIODIKN TTApAAUOT.

1.7.1 Bapud pvacOéveira

Xapaktnpi¢etal amod €vrovn MUIK aduvauia n oTroia eP@avifeTal KUpiwg OTOUG
0POBAAUIKOUG, TOUG TTPOUNKIKOUG JUG, OTOUG MUG TwV AKPWV Kal Tou Koppou. Mg tnv
TIPOCBOAN TWV TTPOUNKIKWY JUWYV TTapaTtneEeiTal SUGKoAia oTnv OuIAia, TNV KATATTOON
Kal TN pdaonon. H mmpooBoAr Twv avatveEUOTIKWY PUWVY, N OTToia XapakTnpieTal
KUpiwg a1rd dUOTIVoIa Kal KUAvwaon, €ival duvatov va Béoel og Kiviuvo Tn (wr) Tou
aoBevoug. H Bapid puaoBéveia diakpiveTal yia TV Taxeia EAVIANCN TwV OKEAETIKWV
MUWV KOTG TNV €KTEAEON MIOG OWWHATIKAG  OpacTtnpIidTNTAG-TTPOCTIABEINC.

Maparnpeitail, AoITTov, ypriyopog TTaBOoAOYIKOG HUIKOS KANATOG.

MpooBAAAEl cuxvdTEPQ TIG YUVAiKES Kal ekONAwveETAl YUpw oTa 20 xpdvia CwNG, VW
otavia apyicel mpiv amd 1Ta 10 | Yetd 1a 70 £€1n erﬁg(z). TNV TTEPITITWON TTOU aTTd
TNV apxn evromiletal Bapid puik aduvauia n Tpoyvwon cival Baputepn. MNevikd n
TTopEia TG TAbnong dev eival oTaBep- UTTOPEI va TTAPATNPEITAI TNV TTEPIOXH TTOU
TTPpwWTOEEKiVNOoE 1 va OlaoTreipeTal Pe OIOPOPETIKA TaXUTNTA Kal VA TTPOCRAAAEI
TTOAEG PUIKEG opades. O1 TTePIoOOTEPOI a0BevEIC OTN DIAPKEIA TOU TTPWTOU £TOUG
aT1TO TN XPOVIKI OTIYUN TTOU EJPAVIOTNKE N VOOOG KATAARYOUV AOYW QVATTVEUCTIKWY
TPoBANUdaTwY A Adyw TnG €EENIENG TNG TTABNONG oTa 4-7 xpovia atrd Tnv évapgn

Tr]g(l). To peyaAuTepo TTOCOOTO TwV ACBEVWYV ETIOEIVWVETAI R TTAPAUEVEI AUETARBANTO.
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1.7.2 Owkoyevig puacOévela

MpokeiTal yia oTravia Pop®r puacBEévelag, n otroia gu@avieTal otV TTPWIKNOTEPN

nAIKia KUPIWS OTO ApaeVIKO PUAO. KAvikd Sev Siagépel aTrd T ouvhROn puacdéveia®.

1.7.3 Zuyyevn] puacOevika cvvdpopa

MpokeITal yia KANPOVOWIKEG TTABNCEIG TWV OTTOIWV TA CUPTITWHATA, KATG Bdon, €ival
oXedOv idIa PE TA CUPTITWHOTA TNG YEVIKEUPEVNG pUaoBévelag. MapaTtnpouvTal ATTIEG
OIOKUPAVOEIG TNG MUIKNAG aduvapiag dixwg 1I01aiTepn €TMdEivwon PE TV TTAPODOO TOU

Xpovou.

1.7.4 Mvao0evik6 - Mvotadntikd cOvSpopo

Alagépel ammd TN Bapid puacBéveia oto OTI N PUIK aduvapia eAATTWVETAI KATA TAV
EKTEAEON MIOG MUIKAG TTPOOTIABEIONG MOVO yIa HEPIKA AETTITA KAl £TTEITA TTAAI
emdeIvWVETAIL. H puikr aduvapia TTapaTtnpEital ota AKpa Kal OUuvodeUETal aTTd GAyn
Kal arpogia. Etriong evromidetalr  katdpynon R €AATTWON TwV  TEVOVTIWV
QVTAVOKAQOTIKWYV. ZUVABWG TTapaTtnpeital oe avopeg HETA Ta 40 £Tn (WG, av Kal £XEl

TTapaTnPENBEi Kai o€ NAIKiES PéxP1 9 Twv .

1.7.5 Owkoyeveic TEPLOSIKEC TTAPAAVOELS

1.7.5.1 Owkoyevii¢ UTTOKAALALULKT) TIEPLOSIKTY) TIXPAAUOT)

Mpdkerral yia vooo tou onueiwvel évapén katd 1o 100 pe 206 €106 CWNG Kal
KANPOVOUEITAI JE TOV AUTOOWUATIKO ETTIKPATNTIKO XapaKTApa. EpgavideTal Kupiwg o€
QPOEVIKA ATOUA, EVW TO IDIAITEPO XAPAKTNPIOTIKO TNG VOOOU Eival T KATA TTEPIGOOUG
eTeIoddIa XaAaprg TTapaAuong ME €€a@AvIon TWV TEVOVTIWV AVTAVAKAQCTIKWY. ZTNV
Kpion Trapatnpeital UTTOKaAIQIPia, aAAOILWOEIC OTO NAEKTPOKAPBIoypA@NUa Kal Olyn
OTO nAekTpopuoypdenua. H kpion dlapKei KATTOIEG WPEG, EVW N aQITid TNG €ival n
avarrauon €mmeira ammd  éviovn  KOTTWON KAl £TTEITA ATTO  UTTEPKATAVAAWON

uSaravepdkwvy.
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1.7.5.2 YrepkaAixyuiki) meplodikn mapaivon

KAnpovopeital PJe TOV AQUTOOWMATIKO  ETTIKPATATIKO  Xapaktipa. [lpiv ammdé T1a
TTAPOAUTIKA £TTEICODIA, TTOU €ival XAPAKTNPIOTIKO YVWPIOUA Kal dIapKoUV Hia £wg dUo
WPEG, TTAPATNPOUVTAI HUOTOVIKA Qaivopeva. H aitia Tou €TTeicodiou €ival To Yyuxpo
TePIBAAOV  Kal  Katd T OIGPKEId  TOU  eVTOTTICETAl  UTTEPKAAIQIIA,  TO
NAEKTpOKAPDIOYPAPNHA  QEPEI XAPOKTNPIOTIKA  UTTEPKOAIAIYIAG,  €&VWw  TO
NAEKTPOUUOYPA@PNUA TTAPOUCIAZEl MEIWUEVO apPIBUS KIVNTIKWY HOVAdWY OTNn MUIKA

dpaoTnpIdTNTA.

Mivakag 1.1: MabRoeIg TWV Juwyv

Muikég duoTpo@ieg: Muikry duoTpogia Duchenne

Muikr ducTpogia TuTToU Becker

MpoocwTtrowpoBpaxIdviog TUTTOG JUIKNAG

duoTpogiag Landouzy - Dejerine

Zwviaia Puikn duoTpoia

O@BaAuIKA puoTtdBeia — OPOaAIKA

MUIKr} duoTpogia

MuoTovikég vooorl: MuoTovikA duoTpo@ia Tou Steinert

2UYYEVAG JuoTovia ) véoog Tou

Thomsen

2UYYEVAG TTApapUOTOVia 1} VOOOG TOU
Eulenburg

2UYYEVEiG HUOTTABEIEG: MuoTtrdfeia pe kevipikd cwWUATIO

MuoTrdBeia pe papdia
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MuoowAnvapiakr puoTrddeia

MiToxovOpIaKEG HUOTTABEIES

MeTaBoAlIkég puoTrafeleg:

MuoTtrdBeieg atro dlaTapaxEg Tou

METABOAIOHOU TWV UdATAVOPAKWYV

MuoTtrdBeieg atro dlaTapaxEg Tou

METABOAIOHOU TWV AITTISIWV

Ev3okpIVIKEG HUOTTABEIEG:

MuoTtrdfeieg Adyw utrepBupeoEIdIoUOU

MuoTtrdfeieg Adyw utroBupeoeidiopou

YTrotrapaBbupeo€ldiopdg Kal HUOTTABEIEG

YT1repTTapabupeoeIdIouog KAl JUOTTABEIEG

Néool eveppIdiwy Kal UOTTABEIEG

MuociTideg — DAeypovwdeig

HUOTTGOEIEG:

MoAupuocitida Twv TTaidwv

Muikég TrTa0noeig Adyw diatapaxng
TNG VEUPOMUIKNAG oUvayng:

Bapid puacbéveia

Oikoyevng puaoBéveia

Zuyyevr puaoBevikd ouvdpoua

MuaaoBeviké — MuoTtraBnTikd ouvdpouo

Oikoyeveig TTEPIOBIKESG TTAPAAUCEIG
(YtrokaAlaidIKr) TTEPIOBIK TTAPAAUCH —
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YTrepKaAIQIPIKT TTEPIOBIKN TTApPAAUCH)

1.7.6 ®UOIKOOEPATIEVTIKT] AVTIUETWTILON

Mpiv &eKIVAOEI OTTOIOBATIOTE QUOIKOBEPATTEUTIK aywyr €TTIBAAAETAI N OXOAACTIKN

QUOIKOBEPATTEUTIKI a&IOAOYNON TWV EUPNUATWV.

2TOX0G TNG QuUOIKOBepaTTEiag o€ TTAIdIA JE PUOTTABEIEG, O OUVOUAOHO TTAVTA JE TNV
KATAAANAN QAPUAKEUTIKI aywyr, €ival va KATATTOAENNOEl KAl KUPIWG va €TTIBPAdUVEI
TIG MUOOKEAETIKEG BAABES Kal TNV EAATTWON TWV AEITOUPYIKWY IKAVOTHTWYV TOU TTaIdIOU

TTOU TTPOKUTITOUV ATTO TNV TTPOOOEUTIKA PEIWON TNG MUIKAG dUVANNG Kal avToxXNAG.

Aedopévou ot TTepiTTou oTa 10-12 €1 WG To TTAIdi KABNAWVETAI OTNV AVATTNPIKK
KapékKAa Kal KaBwg n vooog eEeAicoetal he yopyod puBud, n «axpnoia» TTou
TIPOKUTITEL AOYyW TNG MEIWMEVNG  KIVNTIKOTATAG ONUIOUPYEI  MUOOKEAETIKA  Kal
KapdioavatrveuoTiKa TTpoBAApaTa. O1 PUIKEG OUPPIKVWOEIS Egival duvatov va

TTPOANPOOUV He aTTAr TTABNTIKA KIVATOTIOINON TwV dvw Kai KATw akpwvEy.

O ouvduaopudg TTaBNTIKWY KAl EVEPYNTIKWY KIVACEWV BewpeiTal TTOAU €UEPYETIKOG
oTav ekTeAEiTal ATTO Ta ApXIK& OTAdIO TNG VOOOU TTPOKEIJEVOU va dIaTnpnBei 0 HUIKOG
OYKOG KOl N MUIKN 10XUG 000 YiveTal TTEPICOOTEPO Kal va emmBpaduvbouv ol

HUOOKEAETIKEC TTapapoppwoelct?

. 2TO TIPOYPOUMO TNG MUIKNAG €vOUVANWONG N
agpofIK doknon UTToPEi va BEATIOTOTTOINCEI TNV KAPBIOAVATIVEUCTIKI] KAl TN MUIKA
Aeiroupyia. H kivnoioBepartreia eival autr) TTou Tépa atmmd Tn PeATiwon TG PUIKAG
ouvaung, TNG avtoxng Kal Tou JUikoUu Oykou Ba Trepiopioel 600 10 duvaTtdv Thv
KUQOOKOAIwoN TnG OTTOVOUAIKAG OTAANG, n oTtroia eival Baciki aitia TpdkAnong
QVOTTVEUCTIKWYV dIOTAPAXWY TTEPIOPIOTIKOU TUTTOU. QOTOCO, N TTPOANWN HOVINWY
MUKWV OCUPPIKVWOEWYV Kal N aglomroinon  Twv IKAVOTATWY Tou aoBevoug

ETTITUYXAVETAI PE TN XPAON KNOEPOVWY Kal AAAWV UTTOOTNPIKTIKWY PJECTWV.
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1.7.7 MakpOYpovT] GTPATNYIKN

H pakpdxpovn oTpatnyikr TnNG QUOIKOBEPATTEIAG ATTOOKOTTEI OTNV €mMPBPAduUvVon TwV
dlaTapaXwyV TTOU TTPOKUTITOUV atmd TIG MuoTTaBeieg. MpouTtréBeon eival n ocwoTh
ouvepyaaoia Tou VEUPOAOYou, Tou opBoTredikoU Kal TOU (QPUOIKOBEPATTEUTH UE TNV

OIKOYEVEIQ KAl 1IDIQITEPA JE TOUG YOVEIG TOU TTaIdIOU.

Oa Tpétrel o1 yoveigc Tou TTaIdIoU va yvwpifouv OTI n KaTAdoTaon €ival OuveXwS
@Bivouoca Kal n @uoIkoBepaTreia, o€ CUVOUAONO UE Ta QAPUAKA, OTOXEUEI OTNV 000
TO dUVATOV PEYAAUTEPN KOBUOTEPNON TWV HUOCKEAETIKWYV KOl KAPSIOAVATTVEUCTIKWY

ETTITTAOKWV.
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2. dvowkodepamnevtikn ailoddoynon

2.1 Kwntiki) aglodoynon

O1 péBodor KivnTIKAG agloAdynong UTTopouv va Taglvounbouv O€ YEVIKEG YPOUMES

oUHPWVA PE TOV TIPoopIod Touc w e€Rc:

e AlOKPITEG NEBODOI, TTOU XPNOIKOTTOIOUVTAl yia Tn SIAKPIoN METAEU TTAIdIWV UE Kal
XWPIG €Va OUYKEKPIUEVO XOAPAKTNPIOTIKO 1 AEIToupyia O€ €va OUYKEKPIPEVO

XPOVIKO Onueio.

e MéBodoI TTPOBAEWYNG, TTOU  XPENOIMOTTIOIOUVTAI yia TNV TIPORAEWN  KIVNTIKAG
KaBuoTépnong 1 eyKEQAAIKNG TTapdAuong o€ PeyaAuTepn nAIKia A Tnv Tagivounon
TUTTWV TNG EYKEQOAIKAG TTapAAUoNG PeE PAon Tnv TTPORAETTOMEVN MEAAOVTIKN

KATtaoTaon.

e AgloAoyikég uEBODOI, TTOU XPNOIKMOTTOIOUVTAI VIO VO TEKPINPIWOOUV TO PHEYEBOG TNG
aAAayng o€ ouvdapTnon PE TNV TTAPOdO Tou XpOvou A PETA Tnv TTapéupacn. Ol
agloAoyikég péEBodOI PTTOPE va XPNOIMEUCOUV WG BACIKA YPOUMN METPNONG VIO

TOoVv oXedI00WO TNG BepaTTeiag N wg PETPA EKBaAONG yia YEAETEC TTapEpBaonG.

Opiopéveg péBodol akloAdynong €xouv oxedIOOTEN yia €vav KAl JOVO OKOTTO, EVW
GAAEG uTTOPOUV va XPNOIKMOTIOINBOUV HE TTEPICOOTEPOUG ATTO €vav TPOTTOUG. 2€
OPICMEVEG TTEPITITWOEIG, MUIO OUYKEKPIYEVN MEBODOG agloAdynong WTTopEi va gival
XPAOIUN VIO OPIOUEVOUG OKOTTOUG Kal Ol yia d)\)\oug(34). MNa mapdderypa, pia uéBodog
agloAdynong Tou egival XpAOINN yia TNV TTPORAEwn Tou MPEAAOVTIKOU KIVNTIKOU
KaBeoTWTOG £vOG TTaIdIOU dev PTTOPEI va gival Xproiun oTn HETpnon TnG aAAayng oe
ouvdpTtnon PE Tov XPOvo.

evikOTEPA, N aglOAOYNON TTPETTEI VA €ival OUVEXNS Kal OAOKANPwWHEVN, £TO1I WOTE N

TapéuBacn va uTropei va eival éykaipn Kai TPoAnTTIKh Y

. O1 €10IkéG TTEPIOXEG
aduvayiag, ouo@Iigng Kal avtiotdBuiong Ba Tpétel va kKabopiovTal, WOTE Vva
EMTPETTOUV TNV TTApEPPacn TIOU  PEYIOTOTIOIEL T OUvVAMN, OTTOTPETTEl TNV
TTAPAPOPPWON KAl TTAPEXEI TNV ATTOTEAEOUQTIKA TTPOCAPHOOCTIKY AEITOUpPYia OTOV

HEyaAUTEPO duvard Babud. H afioAdynon mepihapBavel®?:

- To eupog Tn¢ kivnong (ROM).

- Tnv opBooTaTikh euBuypaupIon.
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- Tnv a&loAdynon Tng omovOUAIKAG OTAANG: ZuvhBng agloAdynon cuv Tnv TTapouaia
Il aTTOUCia AEITOUPYIKWY QVTIOTOBUIOTIKWY KAICEWYV, TNV €TTIPPON TNG TTUEAOU Kal TNV
ToTT00TNON/CUCTTAON TWV KATW GKpwv 0g OAa Ta eTTiTTeda ot KABIOTH Kal 6pbia
Béon, TNV TAon TTPOG TNV UTTEPEKTAOCN I TTPOG TNV KUPWON Kal TNV TOTToBETNON KOl

OTAPIEN TTOU ATTAITEITAI O€ AVATTNPIKI KAPEKAQ, EQOCOV CUVTPEXEI TTEPITITWON.

- Tnv agloAéynon NG avatrTuglakG/AeIToupyikAG KatdoTaong: AgIoAdynon oc OAeg
TIG BE0EIG KAl TIG PETARATEIG PETALU TWV BECEWY, TTPOTUTTA AVTIOTABUIOTIKNG Kivnong
Kal avTioToiXol Kivouvol, dpacTtnpidtnTeg avuywong, Asitoupyia avtiBaputnTag,

EAEYXOC pUWV TWV Xepiwv (Manual Muscle Test/MMT).

- Tnv a&loAdéynon TNG avaTTVEUOTIKNG KATAOTAONG: ZWTIKI XwENTIKOTNTA, TTPOTUTTA
TNG avaTIvorg, BAXAg, yvworn TNG TTVEUPOVIKAG UYIEIVAG.

- Tnv karaotacn  Padiocpatog/kivnTikOTNTAg:  AgloAdynon  Tng  Badiong
OUNPTTEPIAQPBAVOUEVWY TWV TTPOTUTTWY TTOU XPENOIKOTTOIOUVTAI YIa TNV QVTIOTABUION

NG aduvauiag, TWV AOUPPETPIWY, TNG ETTIPPONG TG cUCPIENG/UCTIOONG.
- AZI0AGYNON TNG AEITOUPYIKAG KIVNTIKOTNTAG O€ OAEG TIG TTEPITITWOEIG.

- A§IoAGynon avtoxnig.

- AZloAGynon katdoTtaong AETTTAG KIVNTIKOTATOG.

- 'Ymapén utTooTNPIKTIKOU €EOTTAIONOU, OUUTTEPIAGUPBAVONEVOU TOU  avaTINPEIKOU

auagidiou.

- Métpnon Bépouc.

- AZloAGynon AeIroupyikng aveEapTnaiag Kal KaTdoTaong OTO OTTITI.

- ApaoTtnpidTnTEG TNG KaBnuepivrg {wng (Actions of Daily Life/ADL).
- \&IToupyia OTO OTTITI KAl OTO OXOAEiO.

- 'EAeyxo 1EPIBAAAOVTOG Kal TTPOORACIUOTATAG.

- Aveon (T1.x. UTTVOG).

- BaBuo karavénong tng didyvwong atrd 1o TTaidi Kal TNV OIKOYEVEIQ.

EidIkOTEPQ yIa TNV KIVATIKA KAl AEITOUPYIKA KOTAOTOON TwV ATOUWV PE PUOTTABEIEG

@1

Exouv dlapoppwBei didagopol €Aeyxol Kal KAipakeg pétpnong™. MNa Tmapddelyua,

MEPIKEG KAIMOKEG TTOU €XOUV avOTITUXBEl yia Tnv agloAdynon OUYKEKPIMEVWV
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VEUPOMUIKWY aoBevelwv eivar n BabuoAdynon tng Kivnmikdétntag Hammersmith
(Hammersmith Motor Ability Score/HMAS), TTou XpnOIKOTTOIEITAI VIO TH VWTIAia PUIKA
arpogia (SMA) kai Tn ducTpogia Duchenne (Duchenne Muscular Dystrophy/DMD), n
BaBbuoAdynon Brooke yia DMD, n kAipaka Vignos kal 1o Egen Klassifikation (EK) yia
DMD kai SMA. To MMT yia €yyug ouddeg puwv f 1o oAIKO MMT TrepiAauBavel Toug
€yyug, AtTw Kal agovikoug MUES Kal €XEl XpNOIYOTToINOEl wg éva onUavTIKO €pYaAgio
METPNONG VIO OepaTTEUTIKEG OOKIUEG O aoBeveic e 1010TTABEIG PAEYUOVWOEIG
MuoTTdBeieg (Idiopathic Inflammatory Myopathies/IIM) kai oTnv KAIVIKF) TTPAKTIKA YIO
va TTapakoAouBroel Toug acBeveic oe BaBog xpovou. MNapadooiakd, To MMT éxel
agloAoynBei pye TN Xpnon kAipakag MMT Tmévre onueiwv, ouptrepIAapBavouévou Tou
Medical Research Council Scale. Mia dieupupévn kKAipaka MMT 0-10 onueiwv €xel
€TTioNg XpnolpoTroiNBei o€ TPOoPATEG BEPATTEUTIKEG DOKIMEG Kal EXEI TEKUNPIWOET OTI
gival Mo guaioBnTn oTnv oploBETnon NG aduvauiag. O Aiebvrigc Opihog AgloAdynong
kar KAivikwv Aokipwv MuoaciTidag (International Myositis Assessment and Clinical
Trials  Group/IMACS) kar o Opyaviopdég KAivikwv Aokigwyv  MaidiatpikAg
Peupartoloyiag (Pediatric Rheumatology Clinical Trials Organization/PRINTO) éxouv
vioBethoel To MMT ouUp@wva pe TNV KAipaka 0-10 onueiwv Kendall wg 1o Baoikd
METPO €KBaong yia BepatreuTikéG dOKIUES. To MMT éxel emKUpwOEl o€ OPIOUEVES
VEUPOMUIKEG Kal MUOOKEAETIKEG TTaBnoelg. H kAipaka MMT 0-10 onueiwv €xel
atrodeixBei 6T €xel KOAR agloTmoTia oTn veavikr] 1010TTa0r @Aeypovwdn PUoTTadeia

(Juvenile Idiopathic Inflammatory Myopathy/JIIM)EY.

2.2 PUoIK0OEPATEVTIKT AELOAGYTOT] LUOTOVIK®WV SUGTPOPLOV

H upuotovikp duotpogia (Myotonic Dystrophy/DM) e€ival pépog  pIag opadag
KANPOVOUIKWY dIaTapayxwyV TIoU OVOPAlOoVTal MUIKEG duoTpo@ieg. H PUOTOVIKA
SuoTpoQia XaPaKTNPIZETal 0TS TTPOOSEUTIKA aTTWAEI HUiKAS palag kai aduvapia®.
Ymrapyxouv dU0 KUpIOI TUTTOI PJUOTOVIKAG duoTpogiag: Tuttou 1 (DM1) kai TOtTOU 2
(DM2). Ta onueia Kal Ta CUPTITWHATA TOUG ETTIKOAUTITOVTAI, QV KAl N TUTTOU 2 TEiVEl
va gival mo Ama armo 6,7 n Tutrou 1. H puikr) aduvapia TTou OXeTICETAI JE JUOTOVIKN
duoTpogia TUTTOU 1 TTAATTEl 1I01IAITEPA TA KATW AKPA, Ta XEpla, ToVv Adiud Kal TO
TTpoowTro. H puiki aduvapia TUTTOU 2 a@opd Kupiwg TOUG PUG TOU auxévd, Tou

(36)

WHOU, TWV AyKWVWV Kal Twv IoXiwv:™”. O1 800 TUTTOI PUOTOVIKAG BuoTpOQiag

TTPOKAAOUVTAl aTTO PETAANAEEIC O€ JIAQOPETIKA Yyovidla. YTTAPYXOUV OUYYEVEIG,
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VEQVIKN Kal €VAAIKN eP@avion pop@wyv DML, evwy povo n eviAikn ekdnAwon tng
Hop®ric DM2 avayvwpiletai®®.

Katd tn d1dpkela piag apxikng agiohdynong o @uoikoBepatreutic Ba AdBer éva
AETTTOPEPEG I0TOPIKO TWV CUPTITWHATWY Kai/fy TTPOBANUATWY, TO TTWG €XOUV OAAAEEI
ME TNV TTGPOdO TOU XPOVOU, TWV TTAPAyOVIWV TIOU KAVOUV TOoug acBeveic va
aicBdvovtal  KaAUTEPA 1 XEIPOTEPA KAl TIWG  €TNEEAouV  TIC  KABNUEPIVES
OpacTnPIOTNTES Kal TN Cwr) Tou TTPooRERANUEVOU arépou®?, IMANPOYOPIEG OXETIKA HE
TO €TTAYYEAPQA TOU aTOOU, TOV TPOTTO CWNG, TIG dPAcTNPIOTNTEG AVAWUXNG, KOBWGS Kal

TOov pOAO TOU OTNV OIKOYEVEIQ €ival aTTapaiTnTeS yia Tn diadikaaoia NG agloAdynong.

Omwg ava@EpObnKe TTPONYOUUEVWG, N MUOTOVIKN OuoTpo@ia gival pia OUuoTnNUIKA
Karaotaon. ETopévwg, gival onuavTikd yia TOV QUOIKOBEPATTEUTH va TTPOREI o€ Hia
agloAoynon Twv ouoTnudtwy, ouptepIAapBavopévng  TNG  agloAdynong  Tng
YVWOTIKAG  AEITOUPYIOG/ETTIKOIVWVIAG, TOU  PUOOKEAETIKOU  OUOTAMATOG,  TOU
VEUPOMUIKOU OUOTAMATOG, TOU KaPOIayYEIQKOU/TTVEUMOVIKOU OUCTHUATOG KOl TOU
BépuaTog(ss). Ta dropa pe cakxapwdn diapnTn PTTopEi va £Xxouv dUOKOAIEG TOOO OTN
YVWOTIKA AgIToupyia 600 kai otnv emkoivwvia®”. Ta cuptTwpata TepIAauBAEvouV
uttvnAia, atrdBeia, €18IK& XAaPOKTNEIOTIKA TnG TTPOCWTTIKOTNTAG, EAAEIJUA  O€
EKTEAEOTIKEG AcITOUpyieg, KATABAIWN Kal Koupaon. AuTd Ta yVWOTIKA eAAEipuaTa
MTTOPEI va eTTNPEACOUV TNV IKAVOTNTA £VOG ATOPOU VA CUPHOPPWOEI PE TIGC OUCTACEIG
Kal €ival onuavtikd va An@Bouv uttown KAtd Tov OXEDQIOONO TOU TTPOYPAUMOTOG

BePATTEUTIKAG TTaPEUPAONC.

AUOKOAIEG ETTIKOIVWVIOG UTTOPOUV VA TTPOKUWOUV WG ATTOTEAECUA TNG aduVapiag Twv
MUWV TOU TTPOOWTIOU, KABWG Kal TG TTapOoUCiag PuoToviag OoTo oayovl Kal Tn
yAwooa®”. Auto dev eTNPeddel uOVo TN CWOTH] ETTIKOIVWVIA PHETAEU TWV aoBevwy Kal
TWV QOPEWV TTAPOXNG TTeEPIBaAYNG, aAA& eTTiong €xel €Tmidpacn OTnNV KOIVWVIKA
ETIKOIVWVIQ TTOU odnyei o€ KATTOIA QTG T  WUXOKOIVWVIKA {nTriuaTta  TTou

ava@EéPBnKav TTPONYOUUEVWG.

To veupouuikd Kal TO HJUOOKEAETIKO oUCTNUA €ival CUXVA TO ETTIKEVTPO TNG £EETAONG,
Kabwg n aduvapia kal TTPOKUTITOUCES AEITOUPYIKEG OUOKOAIEG €ival O TTOAAEQ
TTEPITITWOEIC TA N0 coBapd emMBAPUVTIKA XAPAKTNPIOTIKA TnS dlatapaxns. H o
KOIVR} MOP®NR TNG CUMMETOXNG Twv Juwv otnv DM1 treplAapBdvel Toug Pug Tou

TTPOCWTTOU (MaonTpag Kal KpoTaQiTng), TOUG MUG  TOU Aaipou
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(oTEPVOKAEIDONOOTOEIONAG), TOUG POKPOUG KAWTITAPES TWV BAKTUAWY TOU XEPIOU Kal
TOUG OTTIOBIOUG KAUTITAPES TNG KVAMNG Kal/f} TOUG TTEAPATIAioug KapnTr']psg(37). H
OUMPUETOXN TWV JUWV OUVABWG apxidel oTnv epnpeia kal e¢eAicoeTal ye apyd pubuo.
H aduvapia TTpoxwpEei atrd Toug atTwTaTOUS TTPOG TOUG £yYUG YUG. H puiki aduvapia
O OUYYEV MUOTOVIKI] OUCTPO®Ia TTapOUCIACeTal KATA Tn VEOYVIKA TTEPIOdO E
YEVIKEUPEVN uTToTOovia. Eival Kpioluo ol QUOIKOBEPATTEUTEG va €ival YVWOTEG TWV
EAEYXWV XPAONG TWV PUWV YIa OAOUG TOUG MUG, KABWG TO TTPOTUTTO TNG aduvauiog
MTTOPEI va gival TTPOYyVWOTIKO TOOO yia TV idla T vooo 600 Kal TIG avnOoUXieg TNG
KIVQTIKOTATAG TTOU UTTOPEI va 1Tp0KL’JL|Jouv(38). H duUvaun ptropei, emmiong, va PeTpnoOei
MO AVTIKEIPEVIKA ATTO OUVANOUETPA XEIPOG, KaBWGS Kal akpIBd cuoTiuata 6TTwg éva
ovuoTtnua MoootikAg Muikng AgloAdynong (Quantitative Muscle Assessment/QMA).
Ta ocuotipata QMA ouxva xpnoigotoiouvial otnv épeuva®®. Ta kavovioTikd
0edopéva yia TIG dUO auTEC HEBOOOUG €xouv TeEKUNPIwOE TOoo oTa TTaIdId 60O Kal

oTouc¢ evnAikouc®®,

H puotovia eival pia GAAN JUOOKEAETIKR ekOAAWON TNG MUOTOVIKNAG duoTpogiag. H
MuoTovia €ival n avikavotnTa €vog MUOG va XaAapwoel ETTEITA ATTO Hia €viovn
ovoTtraon. Ta drtopa Pe puoTovia TTou €TTNPEACEl TOUG MUG TOU XEPIOU Ouxva
ava@épouv dUOKOAiIa O0TO va atreAeuBepwoouv TN Aafr] Toug ETTEITA ATTO WIa £VTOVN
XElpayia, yeyovog TTou dNMIOUPYED pia duoApeoTn KoIVWwVIKA KatdoTaon. MNapdrrova
yla puoTovia ava@épovTtal €TTiong OTO cayovi Kal TN YAwooa, TTou odnyei o€
QUOKOAIEG OTNV OMIAIQ, TNV KATATTOON Kal T pdonon. H puotovia 0Toug Pug Twv
TTOdIWV UTTOPEI va odnyrjoel o€ BUCKOAIa o€ KIVAOEIC OTTwGS To avéBaoua okaAag, To
TPEEIMO, K.ATT., EVWD CUUTITWHATA TNG JUOTOVIOG UTTOPEI £TTIONG va UTTAPXOUV o€ AAAQ
MEpN TOU ocbpaTog(44). 2uxvd ol aoBeveic ava@EpPouv OTI T CUPTITWUATA JUOTOVIAG

gival Xe1poTEPa o€ XaUNAOTEPES BEPUOKPOATIEG.

H DM1 givai pia Bpadéwg e€eAicoduevn vooog Kal 600 N avtoxr MEIWVETAI, Ta ATOoPa
MTTOpOUV va Yivouv €I0AUOVEG OTO VA EVEPYOTTOIOUV TOUG PUG TTOU €TTNPEAlOVTAaI
AlydTEPO VIO va eKTEAéOOUV pia Kivnon. Q¢ ek ToUTOU, €ival ONPAVTIKO va eKTINNBoUV
aTTAEC A€ITOUPYIKEG OPaaTNEIOTNTEG, CUUTTEPIAGUBavVOUEVNG TNG duvatdTnTag va
onNkwBoUV aTTd TNV KAPEKAQ, VO TTEPTTATACOUV Kai va avéBouv okaAec®®*) . Autéc ol
AEITOUPYIKEG  gpyacieg  PTTOPOUV  €TTIONG VO TTPOYPAPMATIOTOUV KOl VA
XpnoigotoinBolv  w¢ PETPA  €KBaONG VIO VA TEKUNPIWOOUV TA OQEAN TwV

TTOPEUPACEWY 1) yIa TRV TTapakoAouBnon tng €¢ENIENG TNG vooou® . H agiohdynon
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TNG A&iIToupyiag Tou XeEpPIOU, oupTrepIAauPavopévng TnNG Ouvaung AaBng kai

TOIMTTAPATOG, €ival ETTIONG ONUAVTIKA 0€ auTOV TOV TTANBUCO.

To kapdiayyelakd cUoTNUA PTTOPEI va TEBEI o€ Kivouvo aTtrd TNV TTaPOUCia KapdIaKwy
aApPUBUIWY KAl EAATTWHUATWY AYyWYINOTNTAG, KABWG KAl T CUPUETOXI TOU idIou Tou

kapdiakou pudct?

. H avetrdpkeia Tou avatrveuoTIKOU CUCTAPATOG UTTOPED va gival
ATTOTEAEOUA TOOO TNG PUOTOVIag 000 Kal TNG AdUVANIOG OTOUG PUG TTOU EAEYXOUV TNV
avatrvor. H avativeuoTikr €UTTAOKN TwWV PMUWV 0dNyei uxvA O HPEIWMEVN CWTIKN
XwPNTIKOTATA YE TNV TTAPOOO Tou Xpovou. Ta atopa pye DM1 1Tou €Xouv pElwpévn
QVATTVEUCTIKN AEITOUupyia dIaTPEXOUV OUXVA WEYOAUTEPO KiVOUVO YIQ TTVEUUOVIKEG
ETTITTAOKEG, OTTWG N Tveupovia. Kard 1tn diatuTtwon OUCTACEWY AOKNONG yia éva
TTPOYPOUUA OTO OTIiTI, €ival ONPAVTIKO VA EKTTAIOEUTEl TO ATOYO OTO TTWG VA
TTOPAKOAOUBEI TNV KaPdIoavaTIVEUOTIKA AEITOUPYIO TOU PE OTTAG €pYaAgia, OTTWG Ol
0806veg TTaApoU, n KAipaka Borg, K.ATT. Eival onuavTiké ol aoBeveic va ava@épouy TIg
TTAPATNPEACEIS TOUG OTA ATOPA TTOU ETTIBAETTOUV TO TTPOYPAUUA OTO omin®®. Avaloya
ME TNV €EENIEN TNG VOOOU TOUG, TA ATOPA PE MUOTOVIKI dUOTPOYIa PTTOPEI va £XOUV

TTEPIOPICPEVN AVTOXT) OTAV AoKNon Kal 8a TTPETTEl va TTapaKoAouBouvTal TIPOCEKTIKA.

To depuatikd oUOoTNUa ouvNBWGS OV CUUMETEXEI, KABWG TO aiIoBNTAPIO CUCTNUG BEV
TIAQTTETAI OTTO TN PJUOTOVIKN duaTpo@ia. QoTO00, €AV UTTAPXEI KOKA KIVATIKOTATA KAl
OOTIKEG TTPOECOXEG TTOU EKTIOEVTAI WG OEUTEPEUOV ATTOTEAECUA O€ ATTWAEIA PUIKNAG

MAdag, To dEPUATIKO CUCTNHA PTTOPET VA ATTAITE TTPOCOXT).

O 1éVvog Kai N KOTTWwon gival Kova Trapdtmova petagu Twyv atopwyv pe DM1 kai DM2.
2€ MIa JEAETN TwV Jensen et al.“® 1q TTAPATTOVA YIA TTOVO ava@EépovTav o ouxvAa
XauNAG otnv TTAGTN Kal Ta TTodIa. epioocdTtepo atmd 10 60% Twv a0Bevwv PE
VEUPOMUIKEG dIATOPAXEG TTAPATTOVOUVTAl yia Koupaon. H KOTTwon Jtropei va €xel
ONMAVTIKEG ETTITITWOEIS OTNV IKAVOTNTA TwV acBevwy va gpyacTtouv. Q¢ ek ToUToUu, O
TTOVOG Kal n KOTTwon Ba TTpETTEl va agloAoyouvTal Kal VO avTIMETWTTICOVTAl 0TO OXEOI0

Bepartreiag avaloya e TIG AVAYKEG.

TéNog, Ba Trpémmel €miong va avo@epBei OTI TTOAAG ammd autd Ta ATOPO €XOUV
YOOTPEVTEPIKA EVOXANUATA TTOU PTTOPEI VA EVTOTTICOVTAI OTTOUONTTOTE KATA UAKOG TOU
memTikoU owAfva™®®. Ta cupTITWPOTA TTOU avaPEPBNKAV KAAUTITOUV OAO TO PEOHO
NG duo@ayiag Kal TNG Kaoupag, TO KOINIAKO GAyog Kail TIG aAAayEG OTn ASIToupyia Tou

EVTEPOU. H OUUMETOXN TOU YOOTPEVTEPIKOU CUCTHUATOG PTTOPEI VO ETTIPEPEI MEYAAN
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emPBdpuvon oTo ATOUO KO, €TTIONG, MTTOPEI va emmnpedoel TNV IKAvOTNTA TOU VA

OUUMETAOXEI O€ TTIPOYPAUHATA AOKNONG.

2.3 AfloA0ynom Svotpo@iag Duchenne

H puik duotpogia Duchenne (DMD) eivair pia coBapry YEVETIK-} @QUAOCUVOETN

aoBévela Tou emnpeddel 1 omg 3.600 yevvAoelg ayopigdv®d)

. To Kupiapxo
XOPOKTNPIOTIKO TNG VOOOU E€ival N TTPOOJEUTIKA MUIKR aduvapia, TTou oTa TTpwTd
XPOVIO EKONAWVETAI WG KABUOTEPNUEVN AVATITUEN TNG KIVNTIKOTATAS KAl aduvaia Tou
aTOPOoU va TPEEEI KAl va eKTEAEOEI AAATA owoTd. H aduvapia egeAicoeTal €101 WOTE
ATopa TToU OEV AVTIUETWTTICOVTAI CWOTA £XOUV XAOEl TN dUVATOTNTA VA TTEPTTATIIOOUV
Katd pE€co Opo oTnv nAikia Twv 9 €Twv, aAAd autd uTTopei va KaBuoTeEPNOEl ME

BepaTeia ue KopTikoaTepoeldr®e7).

H avaykn yia Tn g€TpNon TNG CWHATIKAG IKAVOTNTAG PE akpieia otnv DMD €xel yivel
oAoéva Kal o PEYAAN, 18iwg agou o1 BepaTtreieg OTTWG N KaBnuepIvr 1 diaAeiTTouca
AAWn oTEPOEIBWV €ival TIAéoV aTTOSekTd EPOC Tou TrPoTUTIoU TrEPiIBaAWnc®® kai
€Xouv OOKIMOOTEN Ta KAIVOTOUA PApPOKA. AUTO €xel KAveEl TIG KAINOKESG agloAdynong
KEVTPIKAG onuaciag yia TN AWn KAIVIKWV atToQACEWY yIia QUTA TNV opada Twv
acBevwyv. H Tepimrarnmk) A&loAdéynon North Star (North Star Ambulatory
Assessment/NSAA) eival pia eupéwg XpnoiuoTtroloupevn KAipaka agloAdynong 17
onueiwv mou avatTuxdnke amd 1o KAivikd Aiktuo North Star yia 11 MaidiaTpikég
Neupopuikég AoBEveIES yia Tn PETPNON TNG ASIToupyiag o€ TTEQITTATNTIKG TTaIdIA JE

uuikr duoTtpogia Duchenne®®.

To KAiviké Aiktuo North Star yia 1i¢ Maidiatpikéc Neupouuikéc AcBéveieg gival pia
ouvepyaoia 17 €CeIBIKEUPEVWV KEVTPWY VEUPOUUIKWY VOowV oTo Hvwpévo BaaiAcio,
TNG OTToIag YeVIKOG OTOXOG €ival n BeATioToTToinOoN TNG dIAXEIPIONSG TWV TTAIBIWY HE
Uik duoTpogia Duchenne®. O Baoikdc oTOXOC TOU BIKTUOU RTAV N TUTTOTIOINGN
KAIVIKWV TTPWTOKOAAWY agloAdynong Kal papuaKOAOYIKWY TTaPENPACEWY, OTTWG N
XPron KOPTIKOOTEPOEIDWV Yyia TTEPITTATNTIKA ayopia ge DMD. Or KAIvIKoi 1aTpoi Kai ol
BepatreuTég aTmd TO KAIVIKO SIiKTUO EVTOTTIOQV TN METPNON TNG AEITOUPYIKOTNTAG WG TV
MO OXETIKA KAIVIKA €KBacn oTnv TTapakoAouBnon TnG €¢ENIENS TNG vOOOU, €V Kal Ol

Q0BEVEIG KAl O CUYYEVEIG TOUG EVIIAPEPOVTAI TTEPICOOTEPO YIA TN YUIKA duvaun.
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IMoAANEC KAipOKeG e€ixav avaTrTuxBei oto TTapeABOV  yia Tnv  agloAdynon Twv
AEITOUPYIKWYV IKAVOTATWY TwV ayopiwv hge DMD kal GAAEG VEUPOUUIKEG KATAOTAOEIG.
QoT1é00, KaBepia aATTO QUTEG TIG KAIMOKEG E€iXE TTEPIOPIOPOUG WG TIPOG TA HECO
agloAoynong vyia Tn oTepoeldr) BepaTtreia TTEQITTATNTIKWY AYOPIWV ME QUTA ThV
aoBévela. Autoi TTepIAduBavav Tnv EAAeIYn euaioBnaoiag otnv aAAayn Kal TNV EAAEIYN
OTOIXEIWV OXETIKA WE TNV QEIOTIOTIA, TNV TTPAKTIKOTNTA KAl TNV €UKOAIQ Xpriong o€
TTOAOTTAG KAIVIKG KEVTPA. O1 KAiJaKeG TTou avatrtuxdnkav €101ka yia DMD atré toug
Vignos et al. (1963)""? kai Brooke et al. (1981)""Y mapéxouv atrAd dedopuéva TaKTIKOU
emTTEdOU, Ta oTToia dev TTPOCPEPOUV Tov BaBud euaioBnaoiag TTou aTTaITEITAl VIO TV
agloAdynon g emidpaong Twv véwv Bepatreiwv. H kAipoka Egen Klassifikation
(EK)">™ ka1 n «kAigoka pétpnong KivnTIKAC  Asimoupyiag  (Motor  Function
Measure/MFM)*™  givai ka1 o 800 TOPAdEiyPATA  OUCIAOTIKWY, OUVOAIKA
QVETTTUYMEVWY PETPAOEWV yia TNV agloAdynon TwV VEUPOMPUIKWY OlaTAPAXWV.
QoT1600, n KAipaka EK a@opd povo un epitratnTikr A&iToupyia kai n Motor Function
Measure egival xpovoBoépa kai dev apopd ouykekpipgévn aoBévela r otédio. H 1o
ouxVvd XpnolpoTroloUdevn Aeitoupyikn KAidaka sival n HMASY® 1rou xpnoipotoigital
IKQVOTTOINTIKA péoa o€ €va KAIVIKO TTEpIBAAAOV, aAAd n aglomoTia Kal n eykupoTnTd
NG Oev €xouv TIOTE TekunpiwBei. EmmAéov, n KAigaka avaTTuxonke TIpIv
XPNOIMOTTOINBOUV EUPEWG TA KOPTIKOOTEPOEIDN, aTrd Tn BETIKN €TTiIOPACN TWV OTTOIWV

eTTw@eAOUVTAI TO TTAIBIA.

H kAipaka NSAA atroteAeital amd 17 onueia, Tou Kupaivovtal atmd Tn oTaon (onueio
1) éwg 10 TPECIMO (onueio 17), kai TTepIAauBavel diIaPopa avTIKEiuEVA agloAdynong
TWV IKAVOTATWYV TTOU Eival aTTOPAITNTEG VIO VO TTOPAPEIVOUV Ol A0BEVEIG AEITOUPYIKA
TTEQITTATATIKOI, ONAAdA TNV IKAVOTNTA va oNKwOoUV atrd To TTATWA, TN duvaTtoTnTa
va peTafouv atmod Tnv UTITIa TNV KaBIoTr Kal atrd Tnv KaBioTh otnv 6pbia B€on Kai ol
oTToieg €ival yvwoTto OT1 emdeiviovovTal oTadlakd ot aoBeveic ye DMD  xwpig
Bepamreia’”. H kAipoka TrepIAauBAVEl, emmiong, onueia agloAdynong 6TTwG 1O va
ONKWVEI TO KEQPAAI KaI VO OTEKETAI TTAVW OTIG PTEPVEG, TTOU PTTOPEI va €ival v PEPEI
TapdOvTa OTA TTPWTA OTAdIa TNG vOOOU, KABwG Kal pia oeipd atrd dpacTnpIOTNTEG,
OTTWG TO KOUTOO, TO GAPA KAl TO TPECIMO, TTOU YEVIKA TTOTE Ogv €TTITUYXAvOvTal
TTARPWG o€ ayopia pe DMD xwpig Bepatreia, aAAd éxouv TTapatnpenBei o€ Taudid Tou
AduBavav kaBnuepiva otepocidry. Kabe oToixeio utmopei va BaBuoAoynbei oe pia

KAipaKa TPIWV OnuEiwy, XPNOIMOTTOIWVTAG atTtAd KpiTApla: 2 —Kavovikr, dnAadn
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EMTUYXAVEI TOV OTOXO XWpig Kauia BorBeia, 1 —Tpotrotroinuévn, aAAd ETTITUYXAVEI
TOV OTOXO avegdpTnTa atrd TN QUOIKN BorBeia atrd aAAo atouo, 0 — Aev eival duvaTth
n €mmiTeUEn TOU OTOXOU aveédpmm(m. Mia ouvoAikry BaBuoAoyia pTTOPEI VO
emTEUXOEi aBpoifovrag TIGC Pabuoloyieg yia OAa Ta pePovwuéva oTolxeia. H
BaBuoAoyia ptTOpEl va kupaivetar ammd 0, edv Oev €xouv emiTeuxBei OAeg ol
0paoTnpPIdTNTEG, €W 34, €dv €xouv emmiTeuxBei OAeg o1 dpaoTtnpidTnTeG. OAa Ta
oToIXeia TTPETTEl va UTTORAAAOVTOI O€ DOKIUR XwpPig vapbnka Bwpaka ry Todiou. H

KAipaka yeVIKA OAOKANPWVETAI TO TTOAU o€ 15 AeTTTd.

H apxikry ékdoon NG kAipakag Egen Klassifikation (EK) avamTuxBnke amd Toug
Steffensen et al. To 200172, yia va avtaTmokpiBei o€ peydAo BaBud oTnv avdaykn yia
MIa  AeTTTOpEPN A€ITOUPYIKY) KAigOoKa TTou Ba  oupTtrePIAGPBave TIGC KABNUEPIVEG
OpacTNPIOTNTES YIa TOUG A0BevEIC OTA PN TTEQITTATNTIKA oTAdIa Twv DMD kai SMA.
‘Exel evnuePwOEi Ye TNV TTPOCOAKN VEWV KATNYOPIWY, KAGAUTITOVTAG TNV avAykn yia
agloAdynon NG kabnuepivg Acitoupyiag. O dpaoTnpIdTNTEG TNG KABNUEPIVAG CWNS
TTou agloAoyouvtal pe TNV KAipaka EK €ival n xprion avamnpikwyv apagidiwy, n
duvaToTNTa PETAPOPAG, N AsIToupyia Tou Bpaxiova Kal n oition, n aAAayr) 6éong oTo
KPERATI, 0 BAXAC, N OMIAia Kal N TToIdTNTAS CWAC OXeTI{OPeVN pe TV uyeia. H EK2
Bpédnke va gival Eykupn Kal agioTToTn, KAl Ol KATnyopieg TNG auvoAikAS BaBuoAoyiag
EK2 Bpédnkav va cival dIAKPITEG TOOO HETAEU TWV ETITTEOWV TWV AEITOUPYIKWV

BAaBwv 600 Kal TG TTPAYVWOoNG yIa TIG OUO YEVETIKEG dIATAPAXEG.

H MFM avamTuxenke amé pia opada FaAMwy epeuvnTwv To 200574, H Texviki auth
EMTPETTEI TRV afloAdynon Twv acBevwv nAIKiog 6 €TWv 1 Kal TTEPICCOTEPO TTOU
EM@aviCouv OIAPOPETIKEG VEUPOUUOTTABEIEG. H KAipaka €xel oxedlaoTei yia Tnv
agloAdynon NG KIvNTIKAG A&IToupyiag Kal TNV TTPO0d0 TNG aduvapiag o€ pia TTOIKIAIQ
VEUPOMUIKWY dlaTapayxwv. Eival epappooiun 1600 o€ TEPITTATNTIKOUG 000 KAl O€ UNn
TTEPITTOTNTIKOUC aOBEVEIC e €va peyGAo €Upoc ocoBapdtntac Tne acbéveiac™. H
KAipaka utrodiaipeital o€ Tpelg diaoTtdoelg: Tn didotaon 1 (D1), Tou peAeTd TNV 6pBia
Béon kai Tig peTakivhoeig (13 oTtoixeia), n didotaon 2 (D2) Tou digpeuvd TV AgOVIKN
Kal €yyUg KIVNTIKR AsiToupyia Twv akpwv (12 oToixeia), kai Tn didotaon 3 (D3), Tou
agloAoyei TNV TTEPIPEPIKN KIVNTIKA AgIToupyia Twv akpwv (7 oToixeia). Kabe oToixeio
divel éva onueio atmd Pundév Ewg Tpia Kal ol TIUEG TTPOCTIBEVTAI O€ £€va TTOCOOTO YIA

KaBe didoTaon Kal AapBAveTal CUVOAIKR TTOCOOTIAIO TIWA TNG KAIJAKAG.
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2.4 AloAoynon otig ISomaBeic PAeypovwdeic Muonadeieg (1IM)

H Kupla ekdnAwaon oTig 1010TTa0Eig PAeypovwdelg puottaBeieg (IIM) ota TTaudid givai n
MUIKR aduvayia, n otroia gival ouxva etrigovn Kal TTPoodeuTIKA. O1 dUO TTIO OUXVEG
dlatapaxég otnv opada Twv IIM ota mmaidid civar n depparopuocitida (DM) kal n
TroAupuooinda (PM)®Y.

Aedopévou OTI O QITIOAOYIKOI TTOPAYOVTEG €ival AyvwOTOol yId Tn OCUVTPITITIKN
mAeiovoTnTa Twv IIM®EY, 0 pappakoAoyik Beparreia ival n pn €18IKA KATAOTOAR ™G
@Aeypovidoug avtidpaonc®?. Mia kpioiun TITUxA TS TTapakoAoUBnong TNS KAIVIKAS
KATtaoTaong, TnNG TTPOCAPUOYNS TNG Bepartreiag o€ K&GBe aoBevr Kal TNG agloAdynong
TNG ATTOTEAEOUATIKOTNTAG TWV BEPATTEIWV €ival N IKAVOTNTA va PETPNOET Pe akpiBeia n

ooBapdtnTa TNG MUIKAG aduvauiag.

Mia TToIKIAia peBOdwv €xouv XpnolgoTroinBei yia Tnv KAIVIKA agloAdynon TG MUIKAG
Suvapng oe TTaidid e 1IM®Y. Omwe avagépape, To MMT éxel xpnoidoTToinBei 1600
oTnv KaBnuepivly KAIVIKR)  avTIMETWTTION 600 Kal ot KAIVIKEG Ookiuég. Otav
XpNnoigoTrolEiTal pia KAijaka MMT 5 1§ 10 onueiwv®® éxer amodeixBei oT eival
€uaiobntn oTnv avixveuon NG aAAayng otn PUikh duvaun étav ol HUEG Eival PETPIWG
aduvapol, aAAd OxI o€ PIKPOTEPOU PaBuoU Puikh aduvapia, Kal €Xel KaAN aglommoTia

(56)

oe TTaIdId peyaAUTepa atmd 5 eTwv Kal €@Apous™. Qotéoco, To MMT dev eivai

agIOTTIOTO O€ TTAIOIA PIKPOTEPA TWV 5 ETWV.

O €Aeyxog 1OOOTIKAG MUIKAG OUuvaung (Quantitative Muscle Strength/QMS) éxel
ETTIONG XPNOIYOTTOINGEI KAl €ival TTIO AVTIKEIMEVIKOS Kal euaioBnTog atrd 6,11 To MMT
oTnv avixveuon diagopwyv oTn duvaun otav ol acBeveic eival TOUAGXIOTOV QPKETA
IOXUPOI yIa va wBroouv pia cuokeur héTpnong. Mia TToikiAia pebddwyv, OTTwG €ivai n
XPNon MIag OUOKEUNG METPNONG Taong 1 OUVAPOUETPOU  XEIPOG, €XOuV
xpnoipotroindei yia dokiyéc 1oopeTpikAc avioxic® ®®. Ta pnxaviupara Cybex Kai
Biodex éxouv afiohoynBei yia TN pétpnon icokivTikAS duvaunc®?. Qotéco, Adyw
NG daTTAvng, TOU ATTAITOUPEVOU XPOVou Kal TNG EAAEIYNG cuoxéTiong pue 1o MMT,
auTég ol péBodol QMS yia TRV agloAdynon Tng €yyug MUIKAG duvaung Treplopidovral

VEVIKA O€ £PEUVNTIKG TTPWTOKOAA ),

To EpwtnuaTtoAdyio A&loAdynong MaidikAg Yyeiag (Childhood Health Assessment
Questionnaire/CHAQ) ocuptAnpwveTal amd Tov Yyovéa 1 Tov aoBevh Kal

OUYKEVTPWVEI OEOONEVA OXETIKA PE TNV IKAVOTNTA TOU va eKTEAEI dPACTNPIOTNTES TNG
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Kabnuepivig CwNAGg, av xpeialetal BonBeia ammd Toug AAAOUG Kal av XPNnOoIUOTTOIET
Bondnuata kair ouokeuég. To CHAQ €xel amrodeixBei 011 oxeTiCeTal 1IOXUPA PE TNV
€yyUG MUIK duvaun Kal Tn OUVOAIK) dpaaTnPIoTNTA TNG VOOOU KAl TTAPOUCIiacE KAAN
evaiobnoia o oeIpIakn TTapakoAouBnaon TG ouVvoAIKAG dpacTnPIOTNTAG TNG VOOOU
[IM otnv TTaIdIKA r])\IKiG(59). XpoVIKEG DOKIUEG AeIToupyiag €Xouv XpnoluoTroinBei o€
OIaUAKEIG KAIVIKEG DOKIYES (TT.X., O XPOVOGS yia va onkwBei ammd Tnv KapékAa dEKa
QOpPEG, O APIBUOG TwV «KABIOPATWY» TTOU TTpaydaTtotroiNOnke ot €va AeTrto). Ol
xpovol Badiong éxouv xpnoiyotroinBei o€ TTaidid pe 1IM wg Asitoupyiki p€Tpnon mg
HUIKAS SUvVapNS Twv KaTw akpwv®. Mia duckoAia 1600 pe To CHAQ 600 Kal ME TIC
XPOVIKEG DOKIUEG AgiToupyiag eival n aduvapia Tou Babid aduvapou acBbevoug va
EKTEAEDEI TIG AEITOUPYIKEG OOKIUEG TTOU TTEPIAAPPBAvovTal o auTég. O1 TTayKOOUIES
KAipakeg aglohdynong (kAipaka Likert kol otrTikf avaAoyikr) kAipaka [VAS]) éxouv
Sei€el KaAR aflommoTia KaTd TN PETPNON TNS dpaoTnpIdTnTac Kot Twv BAaBWvEY otnv

JIIM, aAAG dev gival €I0IKEG yIa T CUPPETOXA Twv puwv o€ [IMs.

H kAipaka agloAoynong traidikig puocitidag (Childhood Myositis Assessment
Scale/CMAS) €ival pia TTOOOTIKN, YN €TTEPPRATIKY, EUKOAN OTNn Xprion agloAdynon, Trou
EXEl OXEDIOOTEI yIa XpNon oOTnV TUTTIKA KAIVIKR) @PovTida yia TNV €KTipnon Tng
ooBapdTnNTag TNG CUMMETOXNG TwV puwy o€ TTaudid pe IIM. H CMAS €éxel oxediaoTei
€I0IKG yia va aglohoynoel TNV €yyug JUikn duvaun, Tn AEITOUpyia Kal TNV avtoxr o€

a0B¢eveic o€ €éva eupu NAIKIOKO @Aaoua (duo xpovia yia Toug EVI‘])\I'KOUQ)(GZ).

2.4.1 Alayvmot) Tov TUTIOV TG QAEYLOV®ME0US puomddeiag

H akpifig didyvwon Tou TUTTOU TNG QPAEYUOVWOOUG MUOTTABEIOG Eival onuUAVTIKA,
Kabwg TTapéxel Evav odnyo yia TRV avTattokpion oTn BepaTreia Kai TNV TTpoyvwon yia
OUYKEKPINEVO aoBevr. ETITTAéov, TO OUVOAO TWV dIAYVWOTIKWY KPITNPiwv yia DM,
PM kal puocitida cwudTtwy gykAsiopou (Inclusion Body Myositis/IBM) Baociletal o€
évav ouvouaoud KAIVIKWV Kal TTaBOAOYIKWY gupnudtwy TToU £XOUuv TTPOTABEI yia

XPRON o€ KAIVIKEC SOKIPEC Kal peuVNTIKEC peAéTec 87,

Ta auénuéva emimeda kivaong g kpeativng (CK) otov opd otnpifouv 1n didyvwon
MIaG @AEYHOVWOOUG PuoTTaBeIag, alAd gival un €1dIké kai To eTTiTredo TG CK ptropei
va €ival QUOIOAOYIKO 1) JOVO ATTIA AugnuéVo O€ OpPIoUEVEG TTEPITTTWOEIC DM kal o€
TTOAMEG TTEPITITWOEIG TNG IBM. To nAekTpopuoypdenua eival emiong Xproiyo yia tnv
ETTITEUEN DIAYVWONG KAl PTTOPEI KAl QUTO VA TTAPACYEl MIa €VOEIEN TG ooBapdTnTag
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Kal TNG £KTAONG TNG MUOCITIONG. H eUpeon avTICWPATWY EIBIKWY YIa JUOCITION (6TTWwG
avTi-Jo-1 | cwuaTidIa avTICWPATWY avayvwpeiong avTi-ORUaATog) €ival XpAoINa wg
OEIKTEG YIO MOPEPEG MUOCITIOOG TTOU €ival OUuXVvA TTIO QVOEKTIKEG OTn BepaTreia Kal
EXouv XelpoTepn TTPOYvwon, aAAd n dlayvwoTIK €uaioBnoia Toug eival OXETIKA
XaunAn©”
OTTapén MEIKTAG VOOOU TOU OUVOETIKOU 10TOU Kal 1o avTl-PM-Scl, 10 oTT0i0

. To avriowua avTi-pIBOVOUKAEOTTPWTEIVNG €ival €vag O€ikTNG yia Tnv

XOPAKTNPICel TTUPNVIOKOUG, €xel uwnArp €1I0IKOTNTA yIia TO OUVOPOWO ETTIKAAUWNG

OKANPOBEPHIOG-HUOTITIOAG.

H opioTikn) diayvwaoTikh diadikacia €ival n Bloywia pudg, mou Ba TPETTEl 1IBAVIKA va
TTIPAYMATOTTOIEITAl TTPIV aTTO TNV évapén TnG BepaTtreiag kal ouvABwe AauBaveral amod
Tov €Ew TTAATU pnpicio, Tov OeATOEIdN 1 TOov OIKEQAAO Bpaxiovio pu, uttd Tnv
TTPoUTT60e0N OTI 0 PUG TTOU ETTIAEYETAI OEV €XEI ATPOPROElI TTAPA TTOAU cofapd. MNa
KaAUTEPN TTANPO@OPNON Kal PEYIoTN OIayvwOoTIKA agia, n Pioyia Ba TTpémmel va
UTTOBGAAETOI O€ €TTECEPYQTia O EpyacTAPIO OTTOU gival BIABETINO TO TTANPES pAoua
TWV TEXVIKWY ICTOAOYIKWY KOl IOTOXNMIKWY XPWOEWY, KABWG Kal N avoooioTOXNUIKA
Xpwon yia 1o cuptmAfpwua (C5b-9) kai Ta avriyova MHC. Ta 1mpoTutra VEKPWONG
TWV MUKWV VWV, oI QAeypovwdelg OINBRoEIC KUTTAPWY Kal GAAEG 10TOAOYIKEG
aAAayEG BIaQEPOUV WG TTPOG TOUG TPEIG KUPIOUG TUTTOUC PAEYHOVWOOUG HUOTTABEIag
(Mivakag 2.1) Kal n TTPOCEKTIKN €6€TACN TNG Blowiag ouvABwWG ETTITPETTEI KA OPIOTIKN
O1dyvwaon OTIG TTEPICOOTEPEG TTEPITITWOEIS UTTO TNV TTPpoUTToBeon OTI Ta deiyuarta
I0TOU €ival €TTAPKOUG PeEYEBOUGC Kal OTI XpNOIUOTToIoUvTal Ol KATAAANAEG diadikaaieg
xpwong. H Bloyia Ba emTpéyel, eTiong, TNV avayvwpion Twv GAAwv AlyOTEPO KOIVWV
TUTTWV MUOCITIONG, OTTWG N NWOIVOPIAIKT], N KOKKIWPOTWONG KAl N ayyentidIkA

MuoaiTida.

2.4.2 KAWVIK A YapaKTNPLOTIKA @AEYHOVOE®V HUOTTHOELWV

Av Kal oI OKEAETIKOI MUEC eUTTAéKOVTAl DIGXUTO O KaBepia atrd TIC TPEIG KUPIES
MOPQPEC TNG PAEYUOVWOOUG PHUOTTABEIAS, SIAQOPETIKA TTPOTUTTA EUTTAOKAG MUWV Eival
avayvwpioIga Kal JTTopEi va gival xprnoiua diayvwoTikd. 211 DM kair PM, n aduvapia
TWV JUWV TTOU OUVABWG avatrTucoEeTal ival UTTogeia, dIAXUTN Kal Jn ETTIAEKTIKEA, OAAG
ME MO eyyUG €u@aan, Kai gival o cofapr] oTa Avw AKPA, € OPICUEVES TTEPITITWOEIG
DM. O puik6g 1év0og Kal n euaiocbnaoia gival NEPIKEG POPEG TTAPOVTEG o€ DM, aAAd
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ouvnBwg atroucidlouv. Mia TTIO TTEPIOPICUEVN HOPPT MUOGITIONG, TTOU aPOpPAa TOUG
MUG TNG WHOTTAATNG, TOUG QUXEVIKOUG N XAPNAOGTEPOUG TTAPACTIOVOUAIKOUG HUG,
MTTOPEI VO  €P@AVIOTEl O OKANPOdEPUA KAl AuToi Ol aoBeveig pPTTOPEl VA
TTOPOUCIACOUV CUUTITWHATA «TITWONG TOU KEQAAIOU» 1] KAUTITOKOPUia. H oupueToxn
TWV TTPOCWTTIKWY KAl 0OQOAAUIKWY PUWV gival aouvABIoTn O€ OTToIadnTToTE aTTO TIG
QAeyUOVWOEIG HUOTTABEIEG, AAAG N CUUMETOXN TWV TTPOPNKIKWY KAl AVOTTVEUOTIKWV
MUWV JTTOPEI va eU@avIOTEl 0 oOPBapEég TTePITITWOoEIG. H duogayia ecival KoivA,
1I010iTEPA O A0BEVEIG PE IBM®D. T¢ avriBeon pe TIG AANEG HOPPEG PAEYUOVWOOUG
MUOTTdBEIag, TToU €ival TTIO OUXVEG O€ yuvaikeg, n IBM etrnpeddel ouxvoTepa TOUG
AvOpeG Kal €xel TTIo apyn Kal UTTOUAN KAIVIKR TTopEia e TTpodIdBean yia OPICHEVES
opddec puvB® Autéc TrepIAQUBAVOUV TOV TETPOKEPOAO WNPEIGIO KOl TOUC
KAUTITAPEG MUG TOU avTiBpaxiou, oI OTToiOlI U@ioTavTal TTPOOOEUTIKY aduvapia Kai
aTpoYia Katd TNV TTopEia NG vooou Kal ouvrBwg eTnpedlovTal TTEPIcCCOTEPO coRapd

@183 Ta uTTAPXOVTO GUPTITWHOT

oTn  MN  Kupiapxn TIAEUpd TOU OWMATOG
TepIAauBavouv duokoAia €yepong atrd TNV KapékAa 1 avapBaong okAAag, TITWOEIG
Kal OUOKOAI OTOV XEIPIOWO QVTIKEINEVWVY ME Ta OAKTUAA. H ocelpd pe tnv oTroia
eTnpeddovTal ol v AOyw ouddeg puwv gival JeTaBANTA Kal, Ye TNV €€EAIEN TNG vOoou,
Kal AAAeG opdadeg puwv  eTTnpedldovTal  €TTONG ME  augénuévn avatnpia Kai
duOoA&IToupyia TNG KIVATIKOTNTAG TTOU 0dnyei 0TV avdykn va XpnolugotroinBei éva

BorBnua Badioparog r avatrnpikr KapékAa Emeira amo 10-15 xpodvia.

Ortav cival TTapouceg ol deppaTiKEG aAAayég TNG DM oto TpdowTtro (NAIOTPOTTIKO
ecavonua), Ta xépla, Toug aykwveg (Gottron’s patches) kal Tov KOPMO, Eivail
€UBIAKPITEG KAl BIAYVWOTIKEG TNG KATAOTAONG. QOTOCO0, PTTOPE Va gival SUCOIAKPITEG
I OKOUA KAl ATToUCEG KATA T OTIYUA TNG €UEAVIONG TNG QO0BEVEIOG Kal €UKOAQ
TapaBAétTovTal, €I0IKA O ATOPO PE OKoUupa atréoxpwan Ofépuatog. Avribeta, o€
OPIOUEVEG TTEPITITWOEIS DM o1 depuaTikKEG aANaYEC KupIapXoUV Kal N CUUMETOXN TWV
MUWwV gival eAaxiotn 3 ammoucidlel («apuotradnTikh» DM). Y1mododpia aocBEéoTwon
MTTOPEI €TTIONG VA gPQAVIOTEN —IBIaiTEPA O€ TTEPITTTWOEIC DM og avnAikoug, aAAd kai

o€ evnAiKouc— Kal UTTopEi va gival coBapn Kal EUpEwg dIadedOUEVN.
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2.4.3 uviTmapén @AEYHOVOWE®WV HUOTIAOELWY e KaKoNOELEG

H ouvimmapén upe kakonBeieg dia@épwyv TUTTWV TTAPATNPEITAl 181AITEPA O EVAAIKEG
aoBeveic ye DM. O kivduvog KakonBelag gival YeyaAUTEPOG KATA TNV TTEPI0dO TwV
TTEVTE ETWV TTOU TTPONYOUVTAl TNG EUPAVIONG TNG VOOOU Kal KATA TA TTPWTA TTEVTE

8485 Eival, €TTopévwg, onUAvTiKd To

Xpovia PETA Tn didyvwon TnG MUOCiTIdNG
yeyovog Ot auToi ol aoBeveic Ba TTpETTEl va UTTORBAAAOVTAI O evOEAEXT EAEYXO VIO
KakonBeia katd Tn OTIYMA TNG eu@Aviong Kal TouAdxioTov o€ €Troia Bdon, oTn
OUVEXEIQ, 1] av TTPOKUYEI UTTOTPOTTA KATA TN dIdpKeIa TNG Bepartreiag TNG YuoaiTidag.
AUTOG Ba TTpETTEl va TTEPIAAPPBAVEI PIa TTPOCEKTIKA KAIVIKY €€ETAON, WE €L€TACN TOU
0pB0oU Kal Tou KOATTOU, JOOTOYPOPIa KAl UTTEPNXOYPAPNUA TTUEAOU OTIG YUVAIKEG, Kal
aKTIVOoypa@ia Owpakog. ETITTAéov, av UTTAPYXOUV OUYKEKPIPMEVA YOAOTPEVTEPIKA,
oupoTTOINTIKA 1 KOINIOKA CUPTITWHOTA, Ba TTPETTEl va YiveTal KOINIGKN OEOVIKA
Topoypa@ia kal evOOOKOTTIKA MEAETN. Eival emmiong onuavtikdg o €AeyXog yia
KOKONOEIO OE TTEPITITWOEIG KVEKPWTIKAG MUOTTABEIOG», OTNV OTTOIA OI PAEYUOVWOEIG
METABOAEG 0T Biowia Tou pudg atrouaidlouv 1 eival SUOBIAKPITEG, KABWGS auTh N
Hop®r) HUOTIEBEIag eival ouxvd TrapaveoTrhaouatiki®®. Téhog, Sev umrdpxel Kapia
avayvwpiouévn ouvdeon petatu IBM kai kakori@eiag, aAAd €wg kai 20% Twv
00BEVWV QUTWV UTTOPEI va €XEl MIO TTAPATTPWTEIVAIMIa i éva ouvagég voonua Tou
OUVOETIKOU 10TOU 1] AAAN autodvoon acBévela Kal N KAaraoTaon UTTOPEl €1iong va

epgavioTe o€ dropa pe HIV, Aoipwén HTLV-1©788),

Mivakag 2.1: KAIVIKA Kal 1I0TOTTA00AOYIKA XAPAKTNPICTIKA TWV TPIWV HEYAAWY HOPPWV
@Aeypovwdoug puoTtradeiag

] . MuogiTida
Agppatopuooitida MoAupuocitida i
OWHATWYV
(DM) (PM) .
geyKAgiopou (IBM)
KAivika
AeppaTikéG aAAayEg Nai Oxi Oxi
Aduvapia Eyyug > dmw Eyyug > dmmw Eyyug + dmmw
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Y1odopia

- Nai Oxi Oxi
aoBéoTwon
NekpwTikA ayyelimda | Nai (avAAIKn popen) Oxi Oxi
2UOXETION ME
a0BEVEIEC CUVDETIKOU Aouvnong Nai 2mavia
I0TOU
ZUOXéT'On He Nai (eviAikn popen) Nai Oxi
KOKONBeIEG
2uoxetion pe HIV 2TTavia Nai Nai

loTotra@oAoyikda

NEKPWON MUKWV

Mepovwpéveg iveg

Mepovwpéveg iveg

Mepovwpéveg iveg

VWV (o]¥[e(o}q
MikpoéuppakTa Nai (avAAIKn poper) Oxi Oxi
Ek@UNION TPIXOEIBWV Nai Oxi Oxi
MepISEOHIKA aTPOPia Nai Oxi Oxi

PAeypovwodn B k(TTapa, CD4+ CD8+ kuTtTapaq, CD8+ kuTtTapa,
KUTTapa , ’ . OeVOPITIKA OeVOPITIKA
) KUTTOPA, OEVOPITIKA . .
(emKpaToUvTeg KOTTapG KUTTOPQ, KUTTOPQ,
TUTTOI) Makpo@aya MaKpO@Aaya
ApVNTIKEG iveg
KUTOXPWHOTOG Oxi Oxi Nau
o&eiddong
Até0eon
OUNTTANPWHATOC Nau Oxi Ox
C5b-9
AvappuBuion MHC- Na Na Na
I/l
XeINKA KEVOTOTTIO 21mavia 2mavia Nai
2wAnvovnuaTtoegidn Oxi Oyl Na

eykAgiopara

42




Atmé0eon B-
apuAogIdoug

Oxi

Nai
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3. dvokoBepanevTikng Tapéppaocn

3.1 dvowkoBepamevTikn TapépPact o€ Svotpo@ia Duchenne (DMD)

2Ta TTPWTOYEV TTPORANPATA TTOU AVTIMETWTTICOUV Ta TTaIdId PE MUIKA duoTpoia

Duchenne mrepiAapBavovTal Ta akoAouBay:

1. Aduvayia.

2. Melwpévo evepynTiKO Kal TTaBnTIKO €Upog Kivnong (ROM).
3. AuoAgiToupyia OTO TTEPTTATNUA.

4. MeiwpuEvn AEIToupyIKr IKavVOTNTA.

5. Meiwpévn TTVEUPOVIKR AgIToupyia.

6. ZuvalioBnuaTikd Tpaupa (yia To ATOPO Kal TNV OIKOYEVEIQ).
7. MpoodeuTIKr) OKOAIWOT.

8. lMdévoc.

‘ETreiTa ammdé gia QUOIKN €EETAON TOU acBevoug, O QUOIKOBEPATTEUTAG WTTOPEI va
TTpoodiopicel Ta TpEXOVTa TTPORAANATA Kal, he BAon pia €1 BABOG Katavonon tng
QUOIKNG 10TOPIag TNG €EENIENG TNG vooou, Ba TTPETTEl va gival o€ BEon va TTPORAEYEI
TNV TPOXI& TNG AEITOUPYIKAG €KQUAIONG. Me BAON TIC OUYKEKPIMEVEC TTEPIOXES TNG
avnouyiag yia k&g oikoyévela, gival duvaTtdv va eVTOTTIOTOUV TTEVTE KUPIOI OTOXOI TNG

QVTIMETWTTIONG, KOIVOI yia OAa Ta TTaIdId Pe PUikh duoTpoia Duchenne®?:
1. ATTOTPOTIA TNG TTAPANOPPWONG.

2. Mapdraon TNG AEITOUPYIKNG IKAVOTNTAG.

3. BeAtiwon TnG TTVEUUOVIKAG AgITOUPYIaG.

4. AieukbAuvon TnG avamTuéng Kai gvioxuon Tng oTnPIENG TNG OIKOYEVEIOG Kal TNG
UTTOOTAPIENS TV AAAWV.

5. 'EAeyxocg mmévou, dv gival atrapaitnTo.

Aedopévou OTI OI TTEVTE TTPONYOUUEVOl OTOXOl ETTITUYXAVOVTAIL, EKTTANPWVETAl O
YEVIKOG 0TOXOG YIa OAQ TO ATOPA PE VEUPOMUIKES TTABNOEIC: N TTapoxn BorBeiag TTpog
auToug, WOTE va gival TOOO ave¢ApTNTol KAl AVETOI OO0 YivVETAl EVTOG TWV OPiwV TNG

avarnpiag Toug.
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O1 aoknoeig ROM kai o1 diardoeig, Bondriuara opBooTdTnong Kal VAPONKES, N
agloAdynon kai n dlaxeipion TOU UTTOOTNPIKTIKOU €EOTTAIONOU KOl N KATAAANAN
TOTTOBETNON TOU, N TTAPATOON TNG AEITOUPYIKNG IKAVOTNTAG ME OlaOPAANIon TNG
QOQAAEIaG TOU a0Bevoug, TTOU WPTTOPEI va ATTAITACEI TN ouvTayoypa®non EI0IKWV
OPOWTIKWYV 1 TTPOCAPHOOCTIKOU €EOTTAIOHOU, OAa PTTOPOUV va gival Xproiua otnv
QVTIMETWTTION TWV OTOXWV TNG TTPOANYNGS TG dUCUOPYIag Kal TG TTapATacng Tng

AEITOUPYIKAG IKavoTnTag®®.

H uttooTApIEN YIO TNV OIKOYEVEIQ PTTOPEI va eviOXUBEl atmd TNV KOA oxéon PE TO
1ATPIKO TTPOCWTTIKO, TNV EKTTAIOEUCN TNG OIKOYEVEIOG O OXEON ME TNV TTOPEIA TNG
VOOOU Kal TIG ETMITITWOEIS TNG, TNV TTAPATIOUTI) O€ OUAAOYOUG OTOPWYV ME MUIKA
duoTpoYia, OTTou Ba JTTopoUV va €pBouv ot eTTa@r] PE AAAEG OIKOYEVEIEG TTOU
QVTIMETWTTICOUV ~ TTapOpola  TTPORAAMOTA KAl TIG  EKTTAIOEUTIKEG,  KOIVWVIKEG,
OIKOVOMIKEG, KOl IATPIKAG TTEPIBOAYNG EUKAIPIEG TTOU TTPOCEPEPOVTAl ATTO TOUG
OXETIKOUG @opeic. To maidi Kal n olikoyévela PTTopouv va Bonénbouv ue Tnv
KATAAANAN  XpoOVIKA TTapatrouT) o€ AANO  OUuvVa@EG  TTAPAIATPIKO  TTPOCWTTIKO,
oupTTEPINaPBavouEVWY €pYOBEPATTEUTH Kal OIATPOPOAOYOU, PE KAIVIKO €EOTTAIOUO
TTOU VO PTTOPEI va TTPOCOPUOCTEI OTIC aVAYKES TOU acBeVOUG, KOIVWVIKO AEITOUpyo N
€I0IKOUG 1aTPOUG, OTTWG OpBOTTEDIKO XEIPOUPYO, TIVEUPOVOAOYO, €I10IKO YEVIKNAG

IATPIKAG, A kapdioAdyo®.

O €Aeyxog Tou TOVOU MTTOPEI va €ival f; va pnv €ival amopaitntog Kal ouxvda
eCapTdaTal atmd 1o TTOCO ETMTUXEIC ATAV Ol OTPATNYIKES BIATAONG KAl AvTIOTAPIENS KATA
Ta TTponyouueva £€Tn (wng Tou TTaidiou. O1 KATAAANAEG SIATACEIS, N EQAPUOYN Kal N
TOTTOBETNON O  AvATINPEIKEG KAPEKAEG, MAgIAGpIa  evaOAANAOOOUEVNG TTiEONG, N
€CEIDIKEUPEVA OTPWHATA KAl VOOOKOMEIOKEG KAIVEG WTTOpoUV va BonBrijcouv o€

MEYAAo BaBuod aTnv evioxuon Tou EAEYXOU TNG TAAQITTWPEIAG AUTWY TWV TTAIDIWV.

3.2 [Ipoypappa 6to oTitL

Etreidn peydAo pépog TnG €uBUVNG yia TNV KaBnuepIvr) Bepatreia €XEI N OIKOYEVEIQ 1) Ol
@ilol Tou aoBevoug Pe puiki duoTpogia Duchenne, éva ammoTeAeouaTiko TTPOYPAUPA
@povTidag oT1o OTiTl €ival atrapaitnto. Mapd 10 yeyovdg OTI n dlatipnon Tou
evBouolaopou Kal TG TTPOONAWONG OTO TIPOYPOUMO OTO OTIITI PTTOPEI va gival
OUOKOAN, n mlavoeTnTa E€mTUXiIOG MTTOPEl va augnBei, divovrag atrAég odnyieg,
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NTWVTAG évav TTEPIOPICUEVO aAPIBUO AOKNCEWV Kal €TTAVOANWEewWY KABE pépa Kal
TTPOOQPEPOVTOG  €KTEVA OXOAMIA Kal BeTIKA €vioxuon OTOug avBpwWTTOUG TTOU
OUPUETEXOUV OTO OUOTNMO UTTOOTAPIENG. H KOTA KAIpOUG ETTIOKEWN OTA E£EWTEPIKA
laTpeia QuoIkoBepaTTEiag pia ) dUo PoPEG KABE €RdOPAdA UTTOPEI VA UTTOOEIKVUETAI
ME TTPWTAPXIKO OTOXO TNV KaB0dRynon MEAWV TNG OIKOYEVEIAG Ot €va KATAAANAO
TTPOYPOUUA OTO OTTITI, TTAPEXOVTAG OOQAAEIC KOATEUBUVTNPIEG YPAPMES yia ThV
AoKnon Kal TNV TTapaKoAoOUONon TwWv avaykwy Twv opBocTATIKWY 1 TWV VOPONKWV.
H e€wvoookopuelok QuoikoBepartreia, KaBwg Kal N udpdPia BepaTreia YTToPEi £TTIONG
va €ival avaykaia oTnv TTEPITITWON €VOG OUVTPEXOVTOG KATAYMAToS. H TTpwiun
QUOIKOBEPATTEUTIKI TTOPEUPAON MUTTOPEl va evdeikvuTal yia TO PIKPOTEPO TTaudi, av
dlayvwaoTel éykalpa, ME TN METABAON o€ QuUOIKOBepaTTEid OTO OXOAIKO TTEPIBAANOVY,
oTav @Taoel oe oXOAIKN nAKia. O1 TTEPIOBIKEG ETTAVALIOAOYNOEIG, N ETTAVEKTTAIOEUO

KAl Ol oOUVEDPIES TTAPOXNAG KIVATPOU VIO TOUG YOVEIG OUVIOTWVTAL.

3.3 MIpoAnyYm apapop@ewong

H tdon yia v avamruén cuoTTdoewy Tou TTEAPATOG €ival oUVABWGS TO TTPWTAPXIKO
TPORANUaA. H kaBnuepivA didtaon Twv axiAelwy TEVOVTwY Ba TTPETTEN va eTTIBPAdUVEI
TNV AVvATITUEN auTtnG TNG TTapauopewons. H xprion vapbrnkwy katd tn didpkeia TNG
vUxTag o€ ouvduaoud e diataon Tou ayxlAAeiou Tévovta €xel atrodeixBei Ot TTailel
ONUAvTIKO pOA0 oTnV TTPOANWN TNG TTAPAUSPPWON PAIBOITTTTOTTOdIAG TTOU OXETICETAI
ue DMD®). H yprion vopBrikwv Tn vOXTa €xel omodeixBei 6T eival O
ATTOTEAEOUATIKA OTAV TTPOANWN TNG TTAPAPOPPWONG Tou axiAAgIou TEvovTa atTo Th
Sidraon kai uovo®. Ta aydpia pe DMD TTou XPNnCIMOTIOIOUV VAPONKEC T VUXTA aTTé
vwpIg (TTpIv atmé TNV atmwAeia NG BAdIong) TTEPTTATOUV AVEEAPTNTA TTEPICCOTEPO ATTO

0,TI Ta ayopia TTou dev XPNOIUOTTOIoUV vdpenng(gl).

Aev uttdpyouv dI0B£0IuEC HEAETEG OTIC OTTOIEG UTTOPEI va BacIOTEN Pia ouvTayn yia
madnTik diIdtacn, aAAd n aywyry TTou cuvtayoypageitar ouxvd eivar 10 éwg 15
ETTAVOAAWEIG, HE OIAAEIJUa  TOUAAXIOTOV 15 OeuTEPOAETTITA, TTOU  €KTEAOUVTAI
TOUAAXIOTOV pia @opd, Kal KAatd TTpoTiunon dUo popEg, kaBnuepiva®?. ATT6 Tn oTiyun
TTOU O QUOIKOBEPATTEUTNG BIATTIOTWVEI KATTOIO AAAQYr) OTO PAKOG TWV TEVOVTWYV KATA
N OIdpKEIa MIOG TTEPIOBIKAG agfloAdynong, n malntik didTtacn TTPOoCTiOETal OTO
TPOYypauua oto OTriTl. H Aayovokvnuiaia Taivia, ol KQUTITAPEG TOU 10XioU Kal Ol
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TIPNVIOTEG-UTITIOOTEG TOU  aoTpaydAou eivar dAAeg Oopég Tou Ba TTrpéTrel va
TTapakoAouBouvTal TTPOCEKTIKA yia Tuxov amwAeia tou ROM, n otroia ouviBwg
oupPBaivel o OAeg AUTEG TIG OOMEG, WG ATTOTEAEOMA €iTE AdUVAMIAG E€ITE OTATIKAG

Béong.

Edv o1 ouotrdoeig Tou TTEAUATOG KAl Ol TTPOKUTITOUCEG OUOTTAOEIG TOU YOVATOG, TOU
AayovokvnuIiaiou Kal TwWV KOUTITAPWY TOU I0XiOU ETTITPATIEI VO OUVEXIOTOUV
QVECEAEYKTEG, TO TTAIdI Ba TTPOXWPNOEI TTOAU VwpIiTEPa ATTo O,TI €ival aTTaPAiTNTO OTO
o1adio apyng PBadiong kal Ba XAoel TNV IKAVOTNTA VA TTEPTTATA O€ PIKPOTEPN NAIKIO
ammd O,Ti av uTpxe TapéupBacn. TouAdxioTov dU0 £wG TPEISC WPES opboaTaaia
TTEPTTIATNUA €ival N CUVIOTWHEVN NUEPNOIA OTPATNYIKA, EKTOS atrd Tn didTacn, TTou Ba

Bonbnoer otnv TTPOANWN TOU OXNUOTIOMOU 0001'raong(92)

. Q¢ €k ToOUTOU, €£vag
opBooTdTng uTopEi va xpnolyotroinBei yia va Bonbrnoel otnv TTPOANWn NG

ouoTTacewy otav n Badion yiverar aduvaun.

O1 diladoyikoi vapBnkeg yia Tn dlaxeipion CUCTIACEwWY TTEAPATIAIAG KAUWNS €XOuv
ETTIONG XPENOIMOTIOINGEI ETTITUXWGS XWPIG OTTWAEIQ TNG AEITOUPYIOG O€ TTEPITTATATIKA
ayopia pe DMD®?, wotdoo eival €MITAKTIKG QVAYKN N TIPOOEKTIK €MAOYH TwV
KAaTtaAANAwY utTown@iwv Kai n TapakoAoubnon Twv AEITOUPYIKWY dpacTnPIOTATWY

METALU TwV aAAaywv vapbnka.

3.4 EAay1oToToinon 6movSvALKIG TTapapdp@wotg

KaBwg o xpovog Ttou kdaBetar 10 TTaudi  aufdvetal, €mMOEIVWVETAI KAl N
KUQWOKOAiwon. [Mponyouueveg KAIVIKEG TTAPATNPACEIC €XOUV TEKUNPIWOEL OTI N

KUPTOTNTA Ba gival TBAvATATa TIPS To Kupiapxo akpo®?.

Noyw autig TnG oxéong, €xel Trpotabei 1o TTaIdi PE  KATAAANAEG  diuepEic
XEIPWVOKTIKEG OEEIOTNTEG VO PETAKIVEI TNV AVATTINPIKI KAPEKAQ ATTO TNV PIa AKpn oTnV
GAAN o€ ToKTA Xpovikd diaatriparta. MNMoAAd TTaidid, woTtdoo, avTiTiBevral o€ auThi TNV
100 yIO TTPOKTIKOUG AOGYOUG Kal TTPOTIUACEIG, evw Ogv €Xel atrodelxBei kal o€

eAEYXOMEVEG DOKIUEG OTI £XEI AVTIKTUTTO OTNV EJPAVION TNG Kucpwcho)\l’wor]g(ss).

Mia tAcupiky oTAPIEN Kai pagiAdpia yepdTa TTaxUPPEUCTO Uypo 1 aEépa €XOuv
XPNOIMOTIOINGEI OE avaTtinPIKEG KAPEKAEG OE MIa TTPOCTTIABEIa va TTapdoyouv Tnv

KAatadAANAn ekTévwon TnG TTieong Kal TotmoBETnon TNG OTTOVOUAIKAG OTAANG, €V O
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a00evAG KABETaI OTO avaTTnNPEIKO KAPOTOAKI, AAAG Oev UTTAPXOUV DIABECIUEG MENETEG
TTOU VA aTTOBEIKVUOUV TNV KAIVIKF) TOUG QTTOTEAECHATIKOTNTA. TUTTIKA, Ol 0pBOCTATES
OTTOVOUAIKAG OTAANG OEv XPNOIUOTTOIOUVTAl Of€ OQOBeveEIG PE MUIKA OuoTpogia
Duchenne, dedopévou 0TI dev €xel atrodelxBei OTI KOBUOTEPOUV TNV AVATITUEN TNG

KAiong TG oTTovOUAIKAG OTAANG KAl JTTOPOUV va QUENOOUV TO €pY0 TNG AvVATTVONG.

H augavouevn TTOAUTTAOKOTNTA TNG OTTOVOUAIKNG OOPNG OTOV TOPED TNG 0pBOoTTEDIKAG
EXEl KAvEl TN OTTOVOUAIKN oTepEwaon Mia €TTIAOYH yia Ta TTaidId PE Uik duoTpogia
Duchenne. H @uaoikoBepartreia 1aidel onuavTikG pOAo oTo va KAveEl autd Ta TTaIdIA
«vO onNKwBOoUV Kal va KivnBouv» péoa o€ Aiyeg JEPEC META TNV ETTEUPOON, avaloya
ME TNV 1TPIKA TOUG KaTdoTaor. MpdoBeTeC YETEYXEIPNTIKEG AVNOUXIES TTOU Ba TTPETTEI
va €CeTACEI O PUOIKOBEPATTEUTHG OXETICOVTAI PUE TNV AKAUWIO TOU KOPUOU ETTEITA ATTO
évwon ommovOUAwv (otrovduAodeaia). O aoBeveig Ba cival TTAéov TTIO WnAoi Kal n
TPoOoBacn oto OxNUa Toug, KaBWGS Kal e GAAa PéEPN, Ba TTPETTEI VO ETTAVECETAOTEI

Kal VOl Yivel ETTavekTTaideuon, eav xpeialetan®?.

Mpétrel, etmiong, va €6€Ta0TEN N BUOKOAIO TOU a0BEvVOUG va YEUUATIOEI JOVOG TOU, TTOU
TIPOKUTITEl ATTO TOV TTEPIOPIOUO TNG €UEANICiOC Tou Koppou. [MoAAoi aoBeveic Ba
WEEANBoUV aTTd IO TTPOEYXEIPNTIKN afloAdynon vyia KivQTrp UTTOoTAPIEN TOUu
Bpaxiova, £€T01 WOTE va PTTOPOUV VO CUVEXIOOUV va €ival aveEdpTnTol WG TTPOG TN
dlaTpoPn ETTEITA ATTO XEIPOUPYIKA €TTEPRacn. H AAAn avnouxia gival To KGBIoPa Kal N
ToTmoB£TNON. H ompiEn Tou Ke@aAoU Kal n TTAGTA TNG avatTnpIKAG KApEKAAG Ba
TIPETTEI VO TTPOCAPHOCTOUV £TTEITA OTTO XEIPOUPYIKA ETTEURAON YIa va QIAOEEVACOUV
TO Qugnuévo MNAKOG TOU KOPMOU Kal av n Xelpoupylkrny O10pBwon €xel wg
atmroTeAéopaTa TTUEAIK) AGEWON Kal ACUPPETPN KaTavour BApoug, UTTopEi va gival

atrapaitTnTn N dIEUKOAUVON PE JAGIAGPI OTNV avaTrnpIKA kapékAa®?),

ZuvNBwg éva PagIAapl YEPATO PE aéPa, EI0IKA TOTTOBETNHEVO YIa va EAEYXEI TNV TTiEON
o€ OIAPOPETIKEG TTEPIOXEC TOU Maihapiou, cival n BEATIOTN AUGN, woTOCO KATTOIOl
Bpiokouv Tnv aoTdBeia TTOU TTPOEPXETAI PE aQUTO TO €idOG Tou HagIAapiou
ATTaPAdEKTN, BEWPWVTAG OTI UTTOPEI VA Eival TTPOTINOTEPN MIG ACUPPETPN BAon KATW
ammd €va PagIAApl avakoU@IonG-Trieons YEUATO pE TTaxUPPEUOTO uypod. ZuviBwg
MagIAGpIa PJE a@pO A YEAN TTAPEXOUV QVETTAPKI avakoUu@ion aTrd TNV TTiEon O auTov

TOV TTANBUCO.
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ApPXIKA&, Ol TTOPATTOUTTEG VIO OTTOVOUAIKN) oTaBgpoTroinon ATav TTPOOTIABEIES yIia TN
BeATiwon i TN 0TABEPOTTOINCN TNG AVATIVEUOTIKAG AEITOUPYiag Tou aoBevoug, yia TV
avOKOU@ION aTTO TA MPNXOVIKA MPEIOVEKTAPOTA TTou €0eTe OoTOUG dN adUvVAPOoUg
QVOTTIVEUOTIKOUG MUG N KUQWOKOAIWON, KaBWwg Kal yia tnv TpoAnwn tnG duvnTiKA
empPBAaBoug emidpaong auTtig TNG OKOAIwWONG OTnNV QVATIVEUOTIKA A&IToupyia.
Mpdo@aTeg UENETEG, POOIOUEVEG EiTE O PPAXUTTPOBEOUN €iTE OE POKPOTTPOBEOHN
TTapakoAouBbnon, €xouv Oei¢el OTI Oev UTTAPXEI KOUIO EUEPYETIKN ETTidpaAOn TNG
TMNMATIKAG OTTOVOUAIKNG OTABEPOTTOINONG OTNV AVATTIVEUCTIKI A&IToupyid, aAA& OAEG
Ol MEAETEC TEKUNPIWVOUV BeATIwuEVn Aveon OTO KABIOWQ, Tn OTaBgpoTTOinON N

BeATiwon NS Kupwakohiwonc® 7.

3.5 Etinedo SpaoctnplotnTag / evepyntikn doknon

O1 kavovikéG, nAIKIOKG KATAAANAEG dpaaTnpIoTNTEG yia €va veapd ayopr pe DMD
evBappuvovtal. H oikoyévela Ba TTpéTrel va KaBodnyeital woTe va emTpEWEl 0TO TTaIdI
vVa QUTOTTEPIOPITEI TIG dPACTNPIOTNTEG TOU KAl VA ETTITPEWEI OTIYPEG EKOUpAONG OTav
XPEIOOTEL. Oa TTPETTEI va An@BEi NEPINVA WOTE va aTToQeUyEeTal N UTTEPROAIKA Xprion
TWV JUWV Kal N TTPOKANON KOTTwong. Znuddia aduvapiag Adyw Kataxpnong €ival 1o
aiobnua e¢aoBévnong 30 AeTTTa ueTd TNV doknon r UTTEPPOAIKN euaicbnaoia 24 £wg

48 wpec fmerra amé auti®®

. AN\eg evdeitelc TTepIAaPBAvoUV COPBaPEG MUIKEG
KpAuTTeg, aiobnua PApoug oTa AKpa Kal TTOPATETANEVN Suomvoia®®. Te YEVIKEG
YPOAMMEG, N EKKEVTPN MUIKN dpaoTnpIOTNTA, OTTWG TO TTEPTTATNMA ] TO KATNPOPIKO
TPEEIUO Kal oI aOKAOEIS KAEIOTNG aAuaidag, OTTwe Ta Babid kaBiouata, 6a TTPETTEl va
atro@euyovTal av gival duvatov, dedopévou OTI TEIVOUV va TTPOKAAOUV TTEPICCOTEPO
TOVO TWV PJUuwv. H puikh evduvduwon pe avriotaon 0ev ouvioTATal o€ TTAIdIA ME
MUKy duoTpo@ia Duchenne Adyw TOou KIVOUVOU TPAUUATIOPMOU OTTO OUCTIOON TWV

MUWV.

3.6 Evéuvauwon

H tpomrévnon evduvapwong ot ayopia pe DMD €xel armmoTeAéoel QVTIKEIMEVO
dlapdxne. H épeuva OXETIKA Pe TNV EVOUVAUWOTN Kal T TTPOYPAUPaTa doKnong o€

avlpwTroug pe uUikh duoTtpogia Duchenne eival Trepiopiopévn Kal €XEl AVAPEIKTA
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atroTeAéopaTa. YTTAPXOUV PEPIKEG KOAEG EAEYXOMEVEG, TUXQIOTTOINUEVEG MEAETEG, Kal
Ol TTEPIOCOTEPEG E€iXAV ETEPOYEVEIC OUADEG OCUPMETEXOVTWV TTou TTrEPIAQUBAvVOUV
OIAQPOPEG HOPPEG MUIKAG dUOTPOYIAG PE TTOAU DIOPOPETIKEG TTABOAOYIEG KAl KAIVIK)
eIkOva. O1 TTEPIOOOTEPEG ATTO TIG MEAETEG €¢ETAOAV TA PPAXUTTPOBECUA OPEAN
eVOUVAUWONG OE ETTIMEPOUG MPUG, aAAG Aiyeg digpelvnoav TIC HAKPOTTPOBECHES

ETTITITWOEIG KAl TA AEITOUPYIKA OPEAN PETA TA TTPOYPAPUATA AOKNONG.

2€ Mo TTpwIPN MEAETN TOou 1966, ol Vignos kai Watkins diatrioTwoav BEATIWOEIG OTNV
IKaVOTNTA APONG Papwyv O€ ATOPA PE DIAPOPEG HOPYES MUIKAG dUOTPOYIag KATA TN
OIGPKEIQ HIaG TTPOTTOVNONG OIAPKEIAG €VOG €TOUG. Ta O@EAN TNG €vOUVAUWONG
oTaBepoTroINOnkav oTa AToda PE PUIKR duoTpo@ia Duchenne émmeita atrd Trepitrou
TEOOEPIG MNAVEG KAl TA OTTOTEAECUATA OEV ETTETPETIAV TNV €MMIRiWON € OXéon ME
aoBeveic pe aAec SuoTpo@iec® . Mikpd Acitoupyikd o@éAn TTapatnperidnkav ot
aropa pe DMD, av kai peyaAutepn auénon TnG AvTOXNG Kal AEITOUPYIKA OQEAN
SIAMOTWONKAV O€ GTOHA HE GAAEC pOp@éC pUikhAc duaTpoiac®. To 1979, o de
Lateur kai Giaconi diatmioTwoav OTI N I00KIVATIKA UTTOMEYIOTN  TTPOTTOVNON
evOuvauwong eAaxIoTa PBeATiwoe Tnv avioxn o€ Ttéooepa ayopia pe DMD, xwpig
apvnTikéc Trapevépyelec®. O Scott et al.!%?, emionc, diomioTwoav amoudia
emoeivwong ME AT €wg METPIA AOKNON O€ OUVIOPO Xpovikd didotnua. Ol
TTEPICTOTEPOI ATTO TOUG EPEUVNTEG OUVICTOUV TA TTPOYPAUMATA AOKNONG va {EKIVOUV
VWPIG OTNV TTopEia TnNg vooou, KaBwg Ta ATopa pe Tn Alyotepn MUIKA aTTOMEiwon
eTTWEEABNKaV TrepIocdTepo atd autd®%1%) “Eyer yivel TTOAG Aiyn épeuva yia TV

AoKNon o€ YN TTEPITTATATIKOUG 00BEVEIG Ye YUK duoTpoia Duchenne(™.

Agv uttdpyouv atrodeicelg 6T oTov AvOPWTTO N augnuévn dpacTtnEIdTNTAa 1 N Adoknon
QavTiOTOONG TTPOKAAOUV QUOIKN) utroBaBuIon®®®. Qotdoo, uTdpyouv NBIKG {nTAMaTa
TToU oXeTiCovTal PE TN MEAETN auTh OoTa ayopla, OEOOUEVOU OTI HEAETEG OE TTOVTIKIO E
puikf duoTpogia (mdx), dnAadr TTovTiKia e aveTTapKela duoTpoPivng, £xouv OEiel
BAGBN o€ pePPPAVESG TWV KUTTAPWY TWV PUWYV, N OTToia augdvetal Katd Tn didpkeia
™G doKr]or]g(1°4). H ékkevipn aoknon, 1I8iwg, PTTopEi va TTpoKaAéoel puik BAGRN Twv
KUTTApWYV, OTTwG aTrodeixBnke oe éva TTPWTOKOAAO TPECiNATOC O€ KATNPOPIKO

S14dpopo oe TrovTikia mdx%,

O1 Connolly et al. £€dsi€av o011 uTTApxEl 40% £WG 45% KOTTWON KATA TN CUYKPION TWV
OU0O TPWTWV KAl Twv OU0 TeAeuTaiwv €AEEwv  KaTd TN  METPNON NG

eTravaAapBavopevng Suvapng AABAS Twv Trovtikwy pe mdx“%®. Aidpopeg GAAeg
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MEAETEC 0 mdx TTovTiKia €xouv OUuBAAel oTn Bewpia TNG BAABNG TwV MUKWV
KUTTAPWYV TTOU TTPOKOAEiTal atmmd Tn ouoTtoAr. H €AAeiyn duoTtpo@ivng au&davel Tnv
euaiodnoia oe BAGBN Twv PUIKWY KUTTAPWYV. Ta MPIKPOOXICIiUATA OTNV KUTTOPIKA
MEMBPAvVN TOU PUOG augdvovTal PE TIG OUCTIACEIG TWV HUWV KAl TTPOKAAOUV Hia
augnon otn dpacTNPIGTATA TOU KavaAiou dIapponG aoBeaTiou, TO OTTOI0 YE TN OEIpd
TOU TTPOKOAEI augnon Tou evOOKUTTOpPIKOU acfeoTiou. H avénon autr) TTPOKaAEi
eCaptwpevn atrd aoBEoTiO TTPWTEOAUCH, n OToia TEAIKA 0Onyei O KUTTAPIKO

Bavarot04107)

H daoknon avtoxng, Ommwg To KOAUUTTI, €xel Bpedei Om cival emw@eAng o€ mdx
TTOVTIKIO JE TNV auénon TNG QVIOXAG TwV MUWV 0TV KOTTwOn ME augnon Tou

T0000TOU TWV TUTIOU 1 (apyn ofedwTikA) veva®®,

Mpétrel va AapBAveTal YEPIUVA KATA TNV EPMNVEIQ KAl TN PETAPOPA OEDONEVWY ATTO
TO JovTéEAO mdX TTOVTIKIOU OTOV AvOpwTro. Ta PEYEBN TwV PUWV Kal TwV OUVAUEWV
TToU OEXOVTAIl Ol PUIKEG OUADEG TTOIKIAAOUV, EVW N OTACN TOU TTOVTIKIOU €ival APKETA
O1aoPETIKA atrd auTh Tou avBpwTrou. ETTITTAéoV, N QUOIKA €CENIEN TOU TTOVTIKOU mdx

gival SIOQOPETIKH aTrd TNV TTopeia g DMD ot avBpuwmmouc™®?).

ATTaiTeital TTEPICOOTEPN £€PEUVA OTOV TOUED TNG AOKNONG evouvdpwong. QoTtdéoo, e
0edopévn TNV TPEXOUOO €PEUVO OE TTOVTIKIO KAl avBpwITTOUG, YEVIKEG OUOTAOCEIG
MTTOPOUV va yivouv. ATTOQUYR TNG TTPOTTOVNONG MEYIOTNG dUVAPNG avTioTaong Kal
EKKEVTPN doknon ouvioTwvtal o ayépia pe DMD. H utropéyiotn Trpotrévnon
avTOXNAG, OTTWG TO KOAUUTTI ) TO TTOONAQTO, PTTOPEI VA Eival EUEPYETIKA, 1IDIAITEPA OTA

HIKPOTEPQ TTaISIG Pe puikr SuaTpogia Duchenne®®®119),

3.7 MapatelvovTag TO TTEPTIATH LA

KaBwg o1 acBeveic ue DMD g€aaBevouv, 10 TIpOTUTTO BNUATICNOU TOug METARAAAETAI
gg Mia TTpooTTaBeia va PBeATiwBei n oTaBePOTNTA KATA TO TTEPTTATAMA. TO MAKOG
OIa0KEAIOPOU eAATTWVETAI Kal TO TTAGTOG TNG PAoNS au&dvel TNV UTTOOTAPIEN, VIO va
TTapdoyel pia 1o otabepr) Baon. H Aayovokvnuiaia taivia rpoocapudleTal 0T vEQ,
MIKPOTEPN BE0n TTOU OXETICeTal PE TNV €upuTePn Paon othpigns. H aduvapia Tou
yAouTiaiou pUGG yiveTal o €vrovn Kal To TTaidi aTToKTA TO XAPaKTNEIoTIKO BAdioua

waddling TTou cuvdéeTal pe £va Icoduvapo trendelenberg.
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H kauTtroAn Adpdwong augdveral pe TpoodeuTIKh aduvapia Tou peiCovog yAouTiaiou.
KaBw¢ o pug €gaoBevei, To TTaidi 1TpooTtrabei va aufnioel T oT1aBepdTnta, TN
METOKIVNON TOU KEVTPOU BApoug TTiocw atrd 1o uttopdxAIo TG ApBpwaong Tou I0¥iou,
TPOBWVTAG Ta XEPIa TTHiOW Kal hE UTTEPPOAR TG Adpdwong. H otaBepdtnTta oTtnv
apBpwon Tou 10Xiou KaTd Tn dIdPKEID TNG opBooTACIag TTAPEXETAI TWPA TTABNTIKA
ammd TIGC douég TTPdoBia oTnv dpBpwon Tou I0Xiou, Kupiwg Tou Aayovounpiaiou

OUVOEQHOU.

H Tmapoucia piag ATMAg KAMWNG TOU yovatog N €@appoyr e€vog vapbnka
TTOS0KVNUIKAG-TTodI0U (AFO) pe Tn ywvia va BpiokeTal o€ TTOAU paylaia Kauyn Ba
KAvel Tn Padion dUOKOAN 1 aduvaTtn, AOyw Twv ETTITITWOEWYV oToVv d¢ova BapuTtnTag

ToU TTaIdI0U.

Ta mTpoypdupara Bepatreiag Tou cuvdudalouv TTadNTIKA dIGTacn Kal avTioTAPIEn TWV

KATw akpwv 10 Bpddu deixvouv peiwon Tou pubuou €EENIENG TwV CUCTIACEWY TWV
(91,111)

KAtw Aakpwv Kal ouuBdAAouv oTnv  Trapartetapévn  Badion Aldpopeg

XEIPOUPYIKEG ETTEPPACEIG, OTTWG N ETMPAKUVON Tou aXiAAElou TEvovTa Kal Ol

mrepitovotopiec Yount™?, o1 petabéoeic omioBiou kvnuiaiou™? kai o1 SiadeppikéC

(14119 Ge  ouvdUAOUO HE €VTOVN QUOIKOBEPATIEIA Kal  OPOWTIKA

(116-118)

TEVOTOUIEG

TTapEuBaan, EXel ava@epBei 6T BEATILOVOUV Kal TTapaTeivouv TN PAdion

OTroia kal av €ival n XeIpoupyik HEBODOOG, Eva EVTOVO PETEYXEIPNTIKO TTPOYPOUUA
QuOIKoBepaTTEiag Ba TTPETTEI VO OTOXEUEI OTO va 0pBoCTATACEI TOV 00BOEVH Kal va TOV
KAVEI TTEPITTATNTIKO, TO OUVTOUOTEPO duvaTtd. H evepyr didtaon Twv apBpwaoewyv Ba
BonBnroel va diatnpnBei, kal pmmopei akéun kal va auéndei To ROM o€ gkeivoug Toug
MUG TTOU €xouv OlavoixBei. O OTOXOC TOU HETEYXEIPNTIKOU TTPOYPAUMOTOG
QuoIKoBepaTTeiag ival n avegdpTntn BAdion Pe Eva EAAXIOTO TPIWV £WG TTEVTE WPWV
ava nuépa KaTd To oTToio 0 aoBevric Ba oTékeTal Kai/f) Ba TTepTTaTd. AKOua Kal oTav
oev givalr duvatd Ta BApaTa, TO TTaIdi KAAEiTal va oTaBei TOUAdYIOTOV pia wpa TNV
nuépa (o opBooTdrn €dv cival ammapaitnTo). H BEATIOTN B€on ival ye Tnv TTAATN O¢
EKTOON, £€TO1 WOTE TO KEVTPO BAPOUG va TTEQPTEI TTIOW atrd TV ApOpwaon Tou IoXiou.

Mpiv atro@aoIoTel OTTOIAdNTIOTE XEIPOUPYIKN ETTEURACN ETTINAKUVONG, Ol OIKOYEVEIEG
TIPETTEl VO OTABUICOUV TTPOCEKTIKA T OPEAN KAl TOUG KIVOUVOUG TTOU OXETICOVTAI UE

TN Xelpoupyik emméuPacn. Otav o1 aoBeveic ecival akOun TTEPITTATATIKOI, MIA

uTTEPOIOPBWON €VOG CUCTIAOUEVOU TEVOVTA TNG TITEPVAG UTTOPEI va odnynoel o€

52



®2 1 pmopei va odnyroel o BAdion ue

aueon atrwAEIa TNG IKAvVOTNTAG BadiouaTog
MOKPIA «O10ePpAKIO» TTOdIoU, TTOU MTTOPEI va gival TTEPITTAOKN Kal gV gival TTOAU
AeiToupyikr). Me TNV augnuévn Xpron KOPTIKOOTEPOEIdWY, TTOAAG ayopia avtAouv
OQEAN aT1rd TNV TTapaTeTapévn PAdion XwpPi¢ Toug KIVOUVOUG TNG XEIPOUPYIKNAG
eTEPPAONG, Kal TTOAAG KEVTpa Oev ouvioTouv opBoTTedIkr €TTEURacn yia GAOUG Toug
aoBeveic e puikn duotpogia Duchenne™®. Mia evaAAakTikiy AUGT GTN XEIPOUPYIKA
016pBwon yia Toug aoBeveiG JE OUOTIACEIC OTOV QOTPAYAAO TTOU TTEPIOPICOUV TN
Badion cival n dladoxIkr Xprion vapbnka. Autd €ival To KOAUTEPO YIO TOUG QOBEVEIG
TTOU €XOUV avaTrTugel ammd vwpic ouoTraoElg, ival akOUa TTEPITTATNTIKOI Kal €ival o€
Béon va onkwBouv amd 1O TATWHA Xwpeic Bonbeia. Eivar {wTikAG onuaciag va
dlac@aAioTei OTI 0 a0Beving €ival oe B€on va TTEPTTATA PE TOV vAPONKaA, Kal Ta
ekpayeia Ba mpémmel va aAAdlouv, €ite pia eite dUO QOopEG TNV €pdouada, yia va

£€aoPaAIoTel OTI N TTEPIOSOC GTOV VApPONKa Ba gival 650 To duvaTtov ouvtopoTepn®.

3.8 AvamvevoTiki) Tapepupaon

O pOAOG TOU QUOIKOBEPATTEUTH) OTNV TIVEUUOVIKN @PovTida Twv acBevwyv pe DMD
TTOIKIAAEl  av@hoya e TO  TIpOypapua  doknong Tou  KkaBevog. OAlol ol
QuOIKoBepaTTeEUTEG TTOU gpyalovtal pe ayopia pe DMD, wotdéco, Ba mrpétrel va
yvwpiouv Tn onuacia 1ng OIaTAPNONG TNG KOANG TIVEUMOVIKNG UYEIag, EiTe

EUTTAEKOVTAI AUECA EITE EUUECT PE TNV AVATTVEUOTIKI QPOVTIOO TOUG.

KaBwg 10 d1dppayuda, O KOPHOG KAl Ol KOINOKOI HUEG ATTOOUVANWVOVTAI, O
QVOTTVEOUEVOG OYKOG Kal N IKAvOTNTA TOU a0BeVOUC YIa EKKPIOEIC ATTOTEAEOHATIKA
MelwveTtal. H auBdépuntn Tmepiodiky BaBid avaoa, OTTwWG Ouppaivel PE TOUG
OTEVAYHUOUG Kal TO XaououpnTd, Ta oTroia BonBouv va ETTAVAKAPTITOUV Ol ATEAEKTIKEG

JWVEC Kal EEATTAWVOUV TNV ETTIPAVEIOSPACTIKATNTA, arouaidouv®®?.

‘Eva KOAO 10TOPIKO Kal TTEPIODIKEG MEAETEG UTTVOU Kal €AEYXOG TNG TIVEUPOVIKAG
Aeitoupyiag pe 1o TTaudi KAl o€ KABIOTA Kal o€ UTITIa B€0n €ival Ta TTI0 aTTOTEAEOUATIKG
MEOQ yia TNV TTapakoAoUBnon TNG AvaTTVEUCTIKAG AVveTTAPKEIOS. ETITTAEoV, Ta pEAN
TNG olKoyévelag Ba  TPETTEl va  eKTTAIOEUTOUV  OTIG TEXVIKEG TNG  PBPOYXIKNAG

aTrooTPdyyiong, TNV Kpouon oTABoUG Kal Tov utToonBouuevo Brixa®?Y.

H xpron Pondnudtwv €I0TTVONG Kal EKTTVONG €XEl aTTOdEIXOEi OTI TTAPATEIVEI TNV

EMPBiwon, €vw Kal Ol VOONAEIEG PEIWVOVTAlI ONUAVTIKA E£TTEITA ATTO €va EVTATIKO
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TPwTOKoAO?. =1 peAétn Twv Bach et al., oI aoBeveic pe Uik duoTpogia
Duchenne xpnoigotrololv un emeUPaTIKO agpIoPO dlaAgiTToucag BeTIKAG TTiEONg
(IPPV), xeipokivnta utrofonBoupevo BrAxa kal pnxavikd utrofonBoupevo Prxa.
Xpnolyotroinoav TIG TTOPATIAVW TEXVIKEG, OTAV XPEIAOTNKE, OTTWG UTTOOEIKVUOTAV
ammd éva OogUUETPO, yia va diatnpAcouv TNV oguaigoo@alpivn Kopeopou (Sa0y)
peyoAuTtepn 1 ion pe 95%. O1 aoBeveic Tou TTPWTOKOAAOU atraitoucav AlyOTEPEG
VOONAEIEG KAl NUEPEG OTO VOOOKOWEIO OTAV OUYKPIVOVTAV UE AOBEVEIG OTOUG OTTOIOUG
To TIPOBANUA ouvABwG dlaxelpildTay We TpaxelooTopia kai IPPV uévo®. H
TIVEUMOVIKN AEIToupyia PETA TNV €KTEAEON TNG AOKNONG TWV AVATIVEUOTIKWY HUWV
éxel atrodelxOei 6T BeATIOVETAI O ayopia ue DMD?®. O Wanke et al. SiamioTwoav
BEATIWOEIC 0TV AVATIVEUOTIKI MUIKN dUvaun o€ OéKa atTO Ta OEKATTEVTE AyopIa ME
DMD, kal o1 BeATIWOEIG TTAPEPEIVAY £E1 UAVEG UETA TO TTEPAG TWV OQOKACEWV TWV
QVOTTVEUOTIKWYV MUwvV. O1 TTévte aoBeveic TTou dev £€dei1gav BeATiwon Emmeita atmmod évav
pAva  doknong €ixav  Aiyotepo amd 10 25% TNG TTPOPRAETTOMEVNG  CWTIKAG
XwpNTIKOTNTAG. QG €K TOUTOU, Ol OUYYPAQEIC KATEANEOQV OTO CuuTtrépacua OTl n
GOKNON TWV AVOTIVEUOTIKWVY HUWV ATAV EUEPYETIKH OTO TIPWIKO oTddIo Tng DMD 2%,
2€ MIa JEAETN TNG MAKPOXPOVIAG ETTIOPAONS TNG AOKNONG TWV AVATIVEUCTIKWY PUWV
(RMT) oe 21 aoBeveic pe puikp duotpogia Duchenne kai SMA TtuTou I, ol
ouyypa@eic KartéAngav oto ouptrépacpa Oti, TTapd TNV Tax€wg avaoTpEéwiun RMT
TTOU TTPOKAAEiTaI aTTd Ta OQEAN TNG EVOUVANWONG, HOKPAG BIAPKEIAS BEATIWOEIS OTNV

avTiAnWn TOU AvATTVEUOTIKOU QOPTIOU CUVEXIOTAKAV KAl ETTEITA OTTO 12 pr’]vag(125).

Mivakag 3.1: duoikoBepatreuTikh TTapéupacn ota didpopa oTddI0 TNG ATOEvVEINg

QAZH | - MPQIMO ZTAAIO
- | AVOTTVEUOTIKN
. . PuoIKoBePATTEUTIKA
Meprypaen A&loAdynon apéuBoon rrapéuBaon
KaBuoTtépnon Cevikn MapatrouTr) o€ ZuvnBwg dev
oTnVv ouIAia / QUOIKOBEPATTEUTIKN | TTAIBIOTPIKO ATTQITEITAI OE
YVWOTIKA agloAoynon (Trpiv VEUPOAOYO auTd TO
KabuoTépnon aTtTo TNV OPICTIKN oTadio
dlayvwarn, o
(PUOIKOBEPATTEUTAG EvBdppuvon
Nepmamnua omig | 80 TPETE! va SpaOTNPIOTATWY
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KMUTEG» TWV
TTOdIWV

AoTaBég Badioua
/ avwpalieg 0TO
Badiopa

AvaTtrTuglokn
KabuoTépnon

‘Evrovn ocuo@ién
YOO TPOKVNUiou

Algupupévn
TTEPIPEPEIT
YOO TPOKVNUiag

EAyuéc Gower —
1O TTQIdi B
onNKwOei atrd 1o
TTATWHA HECW
TTpNVvoug Béong
XPNOIMOTTOIWVTAG
Ta X€pPIa TOU yia
va KTTEPTTATHOEIN
TTPOG TA ETTAVW TO
cwa Tou.

Muikr aduvapia

XPNOIUOTTIOINCEl JIa
YEVIKNA €KTiUNON KalI
MTTOPEI va TN
ouveyioel oTa
TTPWTA OTAdIA, AV TO
TTaidi dev gival o€
Béon va
OKOAOUBACEI Pia TTI0
e€eIBIKEUPEVN
agloAéynon)

TToU €ival o€ Béon
va EKTEAECEI TO TTOIOI

ATropuyn Tng
EKKEVTPNG AOKNONG
(o€ ouvBnkeg 6TTOU
UTTApXEl aoTABEIO
NG MUTKAG
KUTTAPIKAG
MEMBPAVNG, KaAO
gival va
arro@euyovTal ol
QOKNOEIG
EVOUVANWONG Kal N
EKKEVTPN AoKnon
TWV JUWYV, KaBwg
QUTO UTTOPEI Va
TTPOKAAECEI
TTEPAITEPW BAGRN
OTO MUIKS KUTTAPO)

Eicaywyn kai
TTapPOXH CUKBOUAWY
OXETIKA JE TIG
OIOTACEIG YIa TIG
OMABEG HUWV KOl
apBpwaoewyv ue
ouoQIgn

®AZH Il — MPQIMH KINHTOMNOIHZH

Meprypaer

A&loAbynon

QuoIkoBEPATTEUTIKN
TTapéupacn

AvaTTVEUOTIKNA
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TTapéupaon

[Mpo0dEeUTIKN
MUIKA aduvayia

Yeudo-
UTTEPTPOYIA TWV
MUWV, TT.X.
YOOTPOKVAMIOG /
OeATOEIONG

Kivduvog
ouoTTaonG Kal
ouo@IgnNG oTO
MEYIOTO €UPOG
Kivnong, 181aitepa
OTOUG
aoTpaydAoug, Ta
IoXia Kl TOUG
KAUTITAPEG TOU
KapTTou

AuokoAia o€
aApa, Tpégiuo,
avartidnon,
KaBwg Kal
OUXVEG TITWOEIG

AuokoAia oTig
OKGAAEG Kal TV
dpon arto Tnv
KapEKAQ

Augnpuévn
00QUIKN
AOpdwaon Kal
Badioua TUTTOU

North Star
Ambulatory
Assessment

A&lo\éynon kd&be
6-12 prveg

EvBdppuvon
dpaoTNPIOTATWV
(TT.X. KOAUWTTI),
eQOooV gival o€
Béon va TIg
EKTEAEOOUV

ATTOQUYN KOTTWONG
TWV JUWV

ATTOQUYN
AOKNOEWV
evouvauwong /
avTioTaong Kai
ID10iTEPA TNG
EKKEVTPNG AOKNONG
TWV JUWV

2UvéEXion Twv
dlaTAcEwWyV TTOU
gival KataGAAnAeg
yla auto 10 0TddIO
NG TTPoddou

EvBdppuvon 1ng
KapdIayyEIaKAG
uyeiag

BaoikEg dokiuEg
AeiToupyiag Tou
TTVEUHOVA
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Trendelenberg

Muikég KpAuTTEG
Kal TTOVOG YETA
m
dpaoTnpIdTNTA.
AuTO pTTopEi va
gival 1Id1aitepa
EVOXANTIKO TO

Bpddu oTO
KPERATI
QAZH Il - ZTHPI=ZH
. . PuoIKOBEPATTEUTIKN AvaTTVEUOTIKNA
Mepiypoen AgloAdynan TTapéupaon TTapéupacn
Kakn North Star 2Uuvéxion Twv Maixvidia yia tnv
oTaBePOTNTA Ambulatory dlIaTACEWV/TTABNTIKWY | TTPpOWONON TNG
KOpHOU Assessment KIVAOEWV Kal QTTOTEAEOUATIKNG
QAOKAOEWV, £QOCOV QVOTTVONG
gival o€ Béon va TIg
Auénuévn Al0AGynon Tou | EKTEAETOULV
TTPOOTTABEIa Kal | KIvOUVOU Xpron TVEUOTWV
XPOVOG yIa va METAKIVNONG opyavwv
onkwBouv aTrd Ydpobeparreia
TNV KApEKAQ 1)
TO TTATWHA duonpa
Xprion opBooTdrn, OQATTOUVOPOUCKWYV
€QOOOV PTTOPOUV (deV
Au¢non NG uTTapXEl KoIvi aTTown
ouxvoTNTaG TWV yla TO TTO0N Wpea N Xprion
TITWOEWV TTO00 CUXVd - OTTIPOUETPOU WG
ATOMIKN agloAdynon KIVATPOU yIa TV
OTTWG ATTAITEITAL. TTPoWwONon KaAfg
Atraitei pia I3iaitepn TTPOoOXN TEXVIKAG EKTTVONG
gupeia paon oTa TaIdId TTou
OTAPIENC TTapaTrovouvTal yia

TTOVO TNV TTAATN,
1I0iwg hE TNV aué¢non
TNG OOQUIKAG

H ekyopvaon Twv
EIOTTVEUOTIKWV
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AuokoAia va
OTEKETAI UE TIG
PTEPVEG KATW

AucokoAia va
OTEKETAI AKOUQ
yla > 3s

Koupddlovrai
€UKOAQ PE TN
CWHMATIKN
dpaoTnpIOTNTA

Augnpévn
aduvapia Twv
avw aKpwv

AcupueTpia
ONUEIWVETAI OTN
oTdon Kai TNV
KaBioTr B€on

AO6pdwong, kabwg Ta
KAaTtayuata tng
OTTOVOUAIKAG OTAANG
O¢gv gival aocuvnBioTa
o€ ayopia pe DMD)

O1 oprveg pTépvag
MTTOpPEI va gival
KATAAANAEG yia va
Bon6roouv oTtnv
6pBia otdon, €dv
UTTAPXE! KivOUVOG
paxlaiog KapyWne.

MUWV dgv

ouvioTAaTal AOyw

TOU OTI ATTAITEI
aoknon
avTioTaong

MapakoAouBnon
ME OTTIPOUETPNON

PAZH IV - NMPQIMH XPHXH KAPEKAAZ

PucIKoBEPATTEUTIKA

AVaTTVEUOTIKNA

M . A&loAbynon
eplypaen ¢ TTapéupBaon TTapéuBaon
Augnuévog kivduvog | North Star 2uveéxion TexXVIKEG
OKOAiwong Ambulatory TTapakoAoubnong | amoxXpepYng
TNG AEIToUpyiag Twv

Assessment AV GKPWY
Agev uTTdpXEl OTATIKA Texvikég augnong
ICOPPOTTIa KATA TN TOou GYKOU TOU
oTdon Egen 24wpn diaxeipion TTveUpova OTTwWG N

Klassification

NG 6pBiag oTdong

xprion ambu
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AoTaBNRG 1I00ppoTTia
oTnv KabioTtr B€on

MepIkn IkavoTnTa VO
BonBériocouv oTIg
OpOIEC pETAPOPES

EAatTwpévn
duvaTtdéTNTA VA QUTO-
wbnoouv To
avatrnpiko auagidlo,
aAAG UTTApXEI
KivOuvog KOTTwong
Kal
eTavalapupBavopevng
KATOTTOVNONG

AucokoAia va
ONKWOOUV Ta XEpPIa
TTAVW aTTd TO KEPAAI

Evepyég
utToonBoUuEVEG
QOKNOEIG/TTABNTIKES
KIVAOEIG Kal
dlaTaoeIg

IdiaiTepn TTPOCOXNA
oTn Xpron Tou
avaTTnpIKou
auagidiou Kal oTIg
METOKIVAOEIG
1I01aiTEPQ o€
TTEPITITWON
OoTToVOUAODETiag

YTtroBonBouuevog
BAxag

AidaokaAia 0Toug
yovioug /
QPOVTIOTEG TWV
TEXVIKWV
aTroxXPEUYPNG
(6Tav dev uTTdpXEl

Aoipwén)

®PAZH V — MAKPOXPONIA XPHZH ANATHPIKOY AMA=IAIOY

AEIOAG DuoIKoBEPATTEUTIKN AVaTTVEUOTIKNA
. I0AOYNO
Meprypaen ynen TTapéupacn TTapéupacn
Avikavol va Egen MaBénTikn Oxi eepPaTikdg
BonBrioouv oTi¢ | Klassification KivnToTroinon Kai QEPIOHOG
METAPOPES dlaTdoeIg

KAigaka FAWOCOPAPUYYIKN
Emdeivoupevog | uttvnAiag Alaxeipion 1nNg QVATTVON £QOOOV
EAEYXOG TNG Epworth oT1dong ETTITPETTETA
KEQAANG

MoioTnTa (WNg 2uyxvnh aAAayn AidaokaAia
Xpnon Béong TEXVIKWV au¢nong
NAEKTPIKOU TOU OYKOU TOU
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avarrnpikou
apagidiou yia
avecapTnTn
KIvnTOTroinon

Auénuévog
KivOuvog
OKoAiwong eav
OEV UTTAPXEI
oTTovouAodeaia

NIyoTEPO
TTAPAYWYIKOG
Brxag

Kakn} KukAogopia
oTa akpa

O1dnuatwodeIg
aoTpdayalol

Mrtropei va
ouvioTaTal
YyOoOTpOOoTOMIa

do6Bog va
QaTTOKOINNBoUV

=ekoupaon yia
TouAdxioTov 10

AETITA ava pia wpa,

eqv yiverai,
1I01aiTEPA VIO VA
XaAQpwoouv ol
MUEG TOU auxEva

MapakoAouBnon
TTEPIOXWV TTIEONG
KAl TITTUXWYV TOU

dépuaTog, 101aiTEPA

€AV OeV UTTAPXEI
oTTovOUAOOETia

TTveupova

®AZH VI - TAPHIOPHTIKH MNEPIOAOZ

QuoIkoBEPATTEUTIKN

AvaTTveuoTIKA

Meprypaen A&loAdynon apéuBoon rapéyBaon
ATTOAUTWG Mévou kai MaBénTikn Au¢non Tou Brixa
eCapTWHEVN KIVnTOTToinon Kai KAl TEXVIKEG
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PpovTida

H AeiToupyikn)
MUIKA duvapn
MTTOPEI Va
TTEPIOPIfETal O€
KIVAOEIG TV
OAKTUAWV

AuokoAia oTn
paonon kai Tnv
KATAatroon,
ATTWAEIa OpeENGS
Kal Bapoug

2UXVEG AOINWEEIS
AVATTIVEUOTIKOU

MoAAaTTAEG
OuoTTAOEIG

AVOTTVEUOTIKNA
Bonbeia katda TN
dIdpKeIa TNG
nuépag

AuokoAia
dlatpnong
6p0Biou KopuoU
oTnv KabioTn
Béon — Trepvouv
TTOAAEG WPEG OTO
KPERATI

aveong

AvaTTveuoTIKA
TTPOoTIABEI

KukAogopia

MoiétnTa Cwng

ouxvi aAAayn
Béoewy yia
avakou®ion Tou
TTOVOU

2UPTTANPWHATIKES
Beparreieg

ATTOXPEMWYNG AV
TIG QVEXETAI

2UXvOTEPN XPARON
QEPIOUOU KATA
QuTO TO OTADIO
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