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MNepiAnyn

Eicaywyn: H BAepapdnwon pnopei va tagivounBei Baoel aruonoyias, o unxavikn, VEUPOyevn, opeind-
gevn o€ dlatapaxn NS VEUPOWUIKAS alvayns, oQeINdPevn o€ NaBAGCEIS Twv JUWV KaBms Kal opeindpevn
o€ anna aiua. Mondoi aoBeveis pe BAepaponwon Adyw puikns ndBnons unofdinovtal o€ pia NANBwpPa
eetdoswv npiv €6l n unoyia pias evdexdpevns PUikhs dlatapaxns. Lkonds auths tns peAEns eival n eni-
ohpavon cuxvov d1ayvwaotikwy opanudtwy kar duckonimy o aoBevels ue puondBbeles nou epgavidovial pe
BAepapontwon.

Mapouciaon nepiotatkwv: MNeplypdPoups TE00EPIS NEPINTWOEIS aoBevv e dlapopetkés enifePalw-
LEVES UUiKES OIATAPAXES e NPWTO cUpNtwua t PAEPAPONTWON.

Lupnépaopa: O puondBeies pnopei va anotefolv ondvies aAnd unapktés aities BAepaponwons. H én-
Aeiyn cagous enideivawons Pe tnv kONwaon, N pn avtandkpion otn Bepaneia e avactoneis xodiveotepdaons,
n ouvunap€&n Kevipouenikns, nepipepikns aduvapias n aduvapio v oPBanPoKIVNTKDY Judy, h Unapén
BetukoU olkoyevelakoU 1otopikoU N evoeiels noAuocuotnpatkns vooou Ba npénel va gyeipouv v unévola
gias puonabntukns dlatapaxns.

Né€eis eupetnpiou: Bspapontwon, arnodoyia, puondbeia

BLEPHAROPTOSIS AS A FEATURE OF A PRIMARY
MUSCLE DISORDER
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Abstract

Background: Blepharoptosis (ptosis) is classified, based on etiology, into mechanical, neurogenic, neu-
romuscular, myogenic and due to diverse causes. Many patients with myogenic ptosis had undergone a
battery of medical tests before a primary muscle disorder is considered. The aim of this study is to highlight
frequent diagnostic errors and difficulties in patients with myopathies whose first symptom is blepharop-
tosis.

Case Reports: We report four patients with confirmed myopathic disorders whose presenting symptom
was ptosis.

Conclusion: A rare but existing cause of blepharoptosis is an underlying muscle disorder. Lack of either
fatigability or response to treatment to cholinesterase inhibitors, the association of proximal, distal or ex-
traocular muscle weakness and a positive family history or evidence of a multisystemic disorder should give
rise to a suspicion of myopathic disorder.
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H BAspapontwaon ws ekdNAwon yuonabnukns ouvbpopns

Eicaywynh

H BAspapdéntwon eivar évas 6pos nou XpNolponol-
gftal yia va nepypdyel Ty nton tou vw Bspdpou,
10 onoio kaAuntel éva Yépos n akdpa kal ondkAnpn
v KépN. Xta uyin dropa, 1o avw PRépapo Ppioketal
nepinou 1,5 mm kdww and 1o onpeio Nou evwvetal O
KEPATOEIONS PE ToV oKANPO XITva Kal ival uynAdTEPO
PIVIKG TS KOpNs. To KABETO €Upos tns BAEPAPIKAS
OXIOPNS PETpOUUEVO Oto €ninedo tns KOPNS, Kuai-
vetal anod 9 éws 12 mm, evd n andéotaon petaty
T0U Gvw PBrepapikoU xeifous Kal tnNs KePATOeIOIKNS
avtavaknaons sival 4 éws 5 mm [1, 2]. To kG610
€UPOs ns PAEPAPIKNS OXIOPAS KAl N anéotaon s
kepatoelbikns avtavakiaons and to dvw BAspapikd
xeffos xpnaolponoloUvial KUpiws yIa TNV aVUKEIPEVIKA
aclonéynon s Ntwons.

Me Bdon v aiuonoyia, n BAepapdntwon pnopei
va ogeifetal og pnxavikd, veupoyevh aiua, oe diato-
PAXN NS VEUPOUUIKNS ouvayns, o€ YuUikés Nnabnoels
kal og S1Gpopa énna aiua [3, 4]. tn povada pas,
nou eidikevetal otn didyvwon Kal Bepansia puikwv
dlatapaxav, ouvavtdue ouxvd acbeveis ye PAspa-
poéntwon nou ndoxouv and puikés nabnaoeis. MoAfoi
and autous éxouv unoPAnBei oe pia nAnBwpa e€e-
tdocwv nou nepINauBAvouv aneikovIoTUKES PENETES,
oopuovwTaia NAPAKEVINON N opoNOYIKES EEETAOEIS
yIo aviompata évavt twv unodoxéwv aketunoxoni-
vns (AchR) npokeiyévou va anokAgiotouv dIapopes
artes BAepapdntwons. Opiopévol éAaBav akdun kal
Oepancies pe avactoneis xoniveotepdons N akdUA Kal
avoookataotadukd edppaka, NpIv pia npwtonabns
pUikn diatapaxn oupnepiAneBei otn Siagpopikn Si-
ayvwon, e tn Aoyikh 6u ol napaknivikes eEeTA0EIS
eival xapnAns euaioBnaias kal e€gibikeuons yia thv
o@Banuikn puacBévela gravis [5].

Agbopgvou 6T 1atpof dev gival E0IKEIWPEVOI PE TO
yeyovos 6t n BAepapdntwon unopei va sival pépos
TOU QaIVOTUMNIKOU GpACUATos pias Npwtonabous puikns
biatapaxns, Nnapoucidloupe TEOOEPIS NEPINTWOEIS UE
dlapopetkés yeveukd enifePaiwpéves puondbeles
Mou PnopoUvV va CUOXETCTOUV e BAEpapdntwaon.

YAika kai pébobdol

Mapouaialoupe avadpopikd €ooepls aoBeveis pe
diayvwon npwtonaBous puikhs Siatapaxns, otous
onoious n apxikn KAvikh ekdnAwon htav BAepapod-
ntwon. OAol ol acBeveis uneBAnBnoav og KAIVIKA
e€étaon kal nAektpouaionoyikh agloidynon, Ye nie-
Ktpoveupoypdenua (HNI) kal nAektpopuoypdenua
(HMT). Ale€hxBn enions epyactnpiakds €Qeyxos nou
nepleAdapBave yevikn aipatos, Bloxnpikéd éAgyxo Kal
éneyxo Bupeoeibikns Aeitoupyias. Bioyia puds eANPON
ané tous acBeveis 1, 2 kal 4. MedethBnkav Topés
Kpuootdtn naxous 6 pm kai S1eEAXBNKav IoToNoYIKES,
IOTOXNPIKES KOl OVOOOIOTOXNUIKES PUENETES E TEXVIKES
Mou €xouv Nponyoupévws dnpooleuBei [2]. Teveukn
penén SievepyhBnke petd anod éyypapn ouvaiveon
Twv aoBevav gite o PUikS 1016 (aoBevns 1) €ite oe
DNA nepipepikoU aipatos (aoBeveis 2, 3 kai 4).

AoBevns 1

Mpokertal yia yuvaika 39 gwwv, n onoia and €tous
napouoiale appotepodnisupn acUpuepn Bspapo-
non kal pévipn dindwnia katé v aploteph Kal
avw BAeppaukn Béon, pe emideivwon katd v Ké-
nwon. To olkoyevelakd ns 1I0TopIKG Atav eNeUBepo
veuponoylkns vooou. O aneikovioukés e€etdoels, MRI
eyke@anou kal MRA evbokpaviwv ayyeiwy, htav gu-
olofoyIkés kal o titlos avuowpatwy évavu AchR htav
apvnukdés. H aoBevns avépepes du n Nhyn avaotonéa
xoniveatepdons, 6¢ BeAtiwoe tn oupntwpatofoyia
ns. H veuponoyikn tns e&€taon avédei&e acUppepn
BAepapontwon onpavukdtepn de€id, enideivoupevn
Katd tn dokipaocia kapdtou twv BAepdpwv (Eikdva
1a, 1B), kaBws kal neplopIopd s oPBAAPOKIVNTKO-
ntas o€ 6nes us PAeppatkés Béoels. O epyactnpia-
Kés éneyxos Ntav puaolonoyikds ektds and augnpéva
enineda yanakukou o&éos (38,5 pg/ml, ®.T. <19,8
pg/ml). O nAektpopuaionoyikds €lgyxos, (HMT kal
dokipaoia katd Desmedt), avédeife pdvo xaunnou
Uyous duvapikd otous eCetaoBévies pues. H aobevns
unePNNBn oe avoixth Plowia aplotepol dikepdnou

Eikéva 1a, 18. H veuponoyikh e€étaon avédeiEe aoUppetpn BAepapdntwon onpavukotepn 6egid,
emdeivoUpevn Katd tn dokipaoia kapdtou twv BAEPapwY
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Eikova 1y. Bioyia apiotepou dikepanou Ppaxioviou
HU6s pe epuBpopakwdels (ragged-red) kal apvnUKES
Y10 KUTOXpWUOEEIBAON UUiKES ives (x 20)

Eikéva 1&. H veuponoyikn eEétaon avédei€e aoUp-
petpn BAspapdNtwon

Eikéva 16. Bioyia puds avédeife puonabnukou -
nou annoIWaEIs Ye oXIoPOEIdN Kevotdnia (x 40)

Eikéva 1ot. H veuponoyikn e€étaon anokdAuye ap-
@oteponneupn BAspapontwon kal eEwtponia Oeiou
o@Banipou

Bpaxioviou puds nou avédeiEe nonNnés epuBpopakm-
Oeis (ragged-red) kal apvnuKES yia KUTOXpwUoEeiddon
HUIKEs fves (Eikéva Ty). O yeveukds €Agyxos oto puikd
1016 avédeiEe povhpes peydno énneippa oto mtDNA
eniBePalwvovtas tn Sidyvwon tns PIToxovopIakns
puondabeias.

AoBevns 2

Mpokertal yia évav 52xpovo avdpa, Tou onoiou
n Bloyia puds eotdin ot povdada pas yia aflono-
ynon. ZUpewva e 1o 1aTpIKd 10TopIKG, 0 acBevins
napouciale pia e€enicodpevn, xwpis dlakupdvon,
BAepapontwon 1o TeNeUTaio €10s XwpPIs va avapépel
anfa ocupnt®pata. To oIKoyevelakd ToU I0TOPIKG Atav
efeUBepo veupopuikwv nabnogwv. H MRI eykepd-
Aou Ntav puaoloNoyIKA Kal 0 EpyacTtnpIakés ENgyxos
avédeite autnpéva enineda kpeauvikhs kivaons (CPK,
1000 U/, ©.T. <200 U/l). To HMT avébeie puona-
Bnukd diaypdupata kal n Bioyia dievepyndn yia va
anokAegiotel pia unokeipevn puikh ndBnon. H Bioyia
puo6s avédeite puonabnukoU winou adnoIWCEIS Pe
oxiopoeldh kevotdnia (Eikéva 16) kal o acBevhs napa-
nep@Bnke otn povada pas yia nepaitépw aglodynon.
H kAvikn €étaon avédelEe aolppetpn BAepapontwaon

(Eikova 1€) kal hnia kevipouenikn aduvapia (4/5 katd
MRC) twv Avw Kal Katw akpwv. AvaynAapavias 1o
ATOMIKO Kal 0IKOYEVEIakd 10TopIkd Tou acBevous, éyive
@avepd 6u o idios napouaciale hna duokatanoaoia
ta tedeutaia 5 xpovia kal éu n PNtépa Tou Kai n un-
TPIKA yiayld napouacialav enions hnia duokatanooia
o€ npoxwpnpevn nAikia. Badoel tns cuox€uons tns
Bepapdnwons pe Ania duokatanooia, s Napou-
ofas oxIoPoEIbV Kevotonihv atn Bioyia puds Kai 1o
Beukd eNikpaTNTKO OIKOyevelakd 10TopIKo, OIEENXON
épeuva yia enéktaon GCG oto €€dvio 1 tou yovidi-
ou PABPN1. O aoBevhs épepe éva adinAduop@o pe
11 enavadnyers kar enBefaibnke n didyvwon s
o@BaApo@apuUyyYIKNs PUikns SuoTtpopias.

AocOevns 3

‘Evas 46xpovos avbpas napouciaoe and 10etias
diatapaxn Padions. H veupooyikh e€étaon anokd-
Auye appotepdneupn PAepapontdon, eEwtponia
6e€lou opBanpou (Eikéva 1ot) kal hna aduvapia
s KAPYns tns Ke@anns kal tns paxiaias kKapyns tou
akpou nodos, (4/5 katd MRC). O ibios avépepe 6T
n BAspapdntwon npoUnnpxe touAdxiotov anod n
veaph evadikn {wh tou. Enions, katd tnv kAIvIKNA
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eCétaon Ntav eppavns yetwniaio anwnekia, atpo-
Pia KPOTaQITV PUWV Kal EMIKPOUCTIKA puotovia.
O aoBevins avépepe 6U n adeAPn tTou Kal 0 Natpas
tou napoucialav napopola diatapaxn Badions. To
HMT avédeiEe puonabnukd Guvapiké Kal JUOTOVIKES
EKPOPTIOEIS, APOOVOTEPES OTOUS NEPIPEPIKOUS HIUS.
H enakoénoudn yevetkn e€étaon anokdnuye pia ené-
ktaon twv 150 enavadnyewy tpivoukieoudiwv CTG
oV pn kwdikonololoa neploxh tou yovidiou DMPK,
eniBePaimvovias i didyvwaon Yuotovikhs duaTpopias
wnou 1 (DM1).

AoOevns 4

Mpokeital yia avdpa 42 1wy, o onoios npochn-
Be Adyw otabephs yevikeupévns aduvapias and v
npwipn naidikn nAikia, e avapepdpevn duokodia
oto tpeiIPo, otnv avdpaon kAigakas Kal otny éyepon
and Babu kaBiopa. To olkoyevelakd 10ToPIKO NTav
€nelBepo veupopuikhs vooou. And 10 aTtopIKO ava-
HVNOTKO avaEPETal UNOTovia KAtd t yévwnon Kal
KaBuotépnon Twv KIVNTKWY 0pOChwY, PE ENITEUEN
s Badions og nAikia 30 pnvav. Xtov acBevn gixe
SlevepynBei Bloyia puods atnv nAikia twv 23 €10V, oty
onofa avedeixBn atpodia PUIKWOV Ivadv tunou 1 kal
KevIpIKOi Kefpevol nupnves oto 80% Twv PUIKDY VAV,
euphpata oupPatd pe tn didyvwon s Keviponupnvi-
Khs puondBeias. Katd v kAvikn e&étaon napouaciale
ap@OTEPONAEUPN, CUPPETPIKA, BAepapdntwon Kal
neploplopd tns opBadpokivnukédtntas. Enions gixe
HakpU, otevéd npéowno kal Bodwth unepwa. Ooov
agopd atn pUikA 10xU, napouaciale hnia KeVIPouEeNiKh
aduvapia dvw kail kdtw dkpwv, Nou apopoUce GTOUS
bentoeldels kal BwpakikoUs pus ota dvw akpa (4 katd
MRC) kar otov Aayovoyoitn ota kdtw dkpa (3/5 katd
MRC). H kAvikh e€étaon kai ta euphpata s Bloyias
pUGs Ntav cuPPATd PE TNV KEVIPOMUPNVIKA CUYYEVN
puondBeia. O enakdAouBes yeveukés eCetdoels yia yo-
vibia nou oxetidovial Pe KEVIPONMUPNVIKES Juondbeles
anokanuyav duo petanndgeis tou yovibiou RYRT o€
etepoluywtia ¢.1250T > C (p.Leud17Pro) evids tou
etoviou 13 ka1 ¢.5815-16G > A evtds tou Ivipoviou 1.

ZulAtnon

O1 npwtonaBeis nabnoels twv Jumv eival ondvies
anAd avayvwpioipes aities BRepapdntwons kal oUp-
QWVa PE TNV euneipia pas, ol aoBeveis grévouv otn
owoth didyvwon petd and noAnd éin npoondbeias
kal nepimAdvnons. MNap' éAa autd, TUs NepIcoOTEPES
Qopés, Ba pnopoUoe va sixe tebel €€ apxns n unoyia
pias puikns dlatapaxns edv eixav An@Bei katdAnnia
unoYIv Ta otoixeia and 1O OIKOYEVEIAKO Kal ATOIKO
I0TOPIKO, TOV KAIVIKO KAl TOV €pYactnpiakd €NEyXO.

H npotn nepintwon agopd o€ pia yuvaika pe
BAepapdntwon Adyw pitoxovdplakns puondBeias
oeln6pevn og povnpes peydno énfeippa tou mtDNA.
H BAspapdéntwon, nou ogeinetal o€ pitoxovoplakn
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duonetoupyia, eivar cuvhBws apyd e€eAicadpevn kal
eUpaviCetal oto nAaiolo s xpdvias NPOodEUTIKAS
eCwtepikns opBadponAnyias (chronic progressive
external opthalmoplegia, CPEO). Mnopsi €nions va
OUVUNAPXOUV CUCTNPATKA XAPAKINPIOTKA UITOXOV-
dplakns duodeitoupyias (CPEO plus) [7]. Otav ou-
vodeUetal and pn kupaivépevn opBanuondpeon, n
pitoxovbplakh puondBeia ocuvnBws cupnepinaufBd-
vetal oto niaiolo s dilagopikhs didyvwons, annd
nonnes popés n PAepapdNTwon Pnopsi va nponyeital
Katd phves n éin s diatapaxns tns opBafpokivn-
TKOTNTAs ondte n diagopikn didyvwon pnopei va
eival duokonn,1biaitepa dGoov apopd otn puacBévela
gravis [8]. Mapadoaiakd, n CPEO diakpivetal KAIVIKE
ané v o@Banuikh puacBéveia and tnv anouaoia
dinAwnias kar tnv éAneiyn enideivwons Katd v Ké-
nwon. MNap’ 6Aa autd, os SIAPOPES OEIPES aobevV
pe CPEO éxouv avagepBei uynAd nocootd dinAwnias,
nou kupaivovtal ané 28% éws 62,5% [7, 9, 10,11],
EVWD PEPIKES POPES, ONws otnv acBevn 1, undpxel
emndeivwon s BAEPapdNTWONS Pe Ty kdNwaon Kai/i
ol acBeveis ava@epouv pia aioBnon yevikeUPEvNs
gtdvianons [12]. H 6iapoponoinon tns CPEO and
v o@BaApIkh puacBéveia nepINAEKETal NEPAITEPW
and to naBonoyikd jitter nou ouxva cuvavidtal oto
NNEKTPOPUOYPAPNHA Povhpous puikns fvas (SF-EMG)
o€ autoUs tous aoBeveis [13]. Znv nepintwon nou
éxouv xopnynBei avaotoneis xoAiveotepdaons, N pn
avtanokpion, Ba npénel va eygipel tnv KAVIKA unowia
evadnakuknhs S1Gyvwons. Ta enineda tou yanakukou
aiuatos av kai givar évas pn euaiobntos deikins, dtav
eival au€npéva, pnopel va unodeikvUouv pia Yito-
xovdplakn diatapaxn. Otav undpxel KAVIKA unoyia
pitoxovdplakns diatapaxns, Ba npénel va dievepyeital
Blowia puds Npos avalhtnon Twv XapaKINPIoTKWOY
€PUBPOPAKWOMY Kal ApVNTUKWY YIa KUTOXPWHOEEI-
ddon puikav Ivav [14]. ©a npénel va onpeiwBel oe
autd 1o onpeio éu onv nepintwon CPEO, n Bioyia
puods napouoidlel pia oxeukd xapgnAdn gualocbnoia
yla tnv anokaduyn pitoxovoplakwy avwpafidv [15]
Kal €av n kAIvVIkA unowia eivar iIoxupn, Ba nNpénel va
dievepyeital yeveukods €neyxos otov pu [16]. Ztnv niel-
OvOTNTA TWV NEPINTWOEWY N UNOKEIPEVN YEVETKN aItia
eival éva onopadikd peydno éndsiypa oto mtDNA
nou kupaivetal o péyebos and 1,1 pexpl 10 kb, éva
de novo yeyovds nou cupPaivel €ite 0T0 WOKUTIAPO
n katd i 6idpkela ns epPpuoyéveons, Pe xapnin
niBavotnta petafifaons [17, 18, 19, 20]. Ze pepikoUs
aoBeveis pe oikoyevh CPEO avadeikviovtal noAdannd
enneippata tou mtDNA Adyw petanndEewv oto yovi-
b1a nou epnnéxkovtal atnv diathpnon tou MtDNA, nou
kAnpovopouvtal Eite Je AUTOCWHATKS ENIKPATNTIKO
n unoneinépevo xapakthpa (Mivakas 1). € autés us
nepintoels n CPEO o€ autés us SIaTapaxés pnopei
va gival n gévn ekdnAwon f va anotenel pépos pias
noducuotnpaukns diatapaxns [21, 22]. TéAos, n
BAepapontwon pnopei va ouuPei oto nAaioio kAn-
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MNivakas 1. Metanageis o nupnvikd yovidia nou cuoxetiCovtal ye CPEO

Tonos kAnpovopikotntas

AUTOOWHATIKO ENIKPATES

Autoocwpatikd unofieinépevo

POLG (PEOAT1) TYMP
SLC25A4 (PEOA2) POLGT1
Twinkle (PEOA3) DGUOK
POLG2 (PEOA4) TK2
RRMZ2B (PEOAS) MGMET
DNAZ2 (PEOCAG) RNASEH
OPA1 c200rf72

povopIik®wv petanid&ewv tou mtDNA pntpikns npo-
¢dguons, nou wniké ennpedlouv ta pitoxovoplakd
yovibia tRNA [8].

H &eutepn nepintwon apopd o€ évav avipa nou
ndoxel ané opBaApoPapuyyIkh Puikh duotpoia
(OPMD), pia éiatapaxh nou kAnpovopeital katd tov
auTOoWHATKG NIKPATNTKS TPOMO Kal xapaktnpiletal
ané apyn npoodeutkhn Bspapdntwon, ducpayia Kal
puikh aduvapia. H BAepapdntwon otnv OPMD eival
apeotepdnieupn, anid pnopsi va ival acUpuepn
toundxiotov ota apxikd otddia s vooou, éxel éon
nAikia ekdnAwons ta 48 €in kal cuvhBws nponyeital
s ePeavions s duoeayias [23, 24]. H unokeipevn
yeveukn diatapaxn otnv OPMD €ival pia enéktaon s
GCG akonouBias oto yovidio PABPN1 [25] npokad®-
VIas €NIPAKUVON NS apivotenikhs noAU-anavivikns
nepioxns [26]. H BAepapdntwon nou oxetidetal e
duoayia kal n pyetafifacn katd 1oV aUTOCWHATIKO
EnIKpaTtNTUKd TPONO €ival evOeIKTKG s acBévelas. Mepi-
Kkés QopEs Opws, N duokonia avayvwpions Tou Tpoénou
kAnpovopikdtNtas kal N anouacia duopayias odnyei
oty kaBuotépnon s Sidyvwaons, Kal Onws otnv nepi-
ntwon nou neplypdeoupe, dievepyeital Broyia puds n
onoia avédei&e duotpoikés alfoIhaoEls pe Napouaia
oxIopogldmv kevotoniwy [27]. Menétes pe nAektpovikd
HIKPOOKOMNIO Unopouv va anokaduyouy Ty napouacia
WV XAPAKTINPICTK®V yid TV aoBéveia, evdo-NupnviKov
owAnvapiwdv ISiwv pe 8.5nm eEwtepikAs Kal 3 nm
€0WTEPIKNS diduetpou [28]. Av kal kaaikd Bewpeital
oyipns évapéns Siatapaxn, pia npéoeatn yadnikh
penémn nou nepiéypaye 354 aveEApTNTES NEPINTWOEIS
aoBevav pe e1epolUYmTES, oUPNNOKOUS ETeEPOlUYMTES
kal opoluywrtes yia us enavanhyels GCN, nou eixav
dlagpopeukn nAikia évapgns kar Baputntas vOoou OXe-
ulbpeves pe tov apiBud twv enavanhyewy. Le auth v
penémn, ol opdluyol yia 13 GCN enavanhyels aoBeveis
gixav péon nAikia évapéns s vooou ta 37 €, eV
ol etep6uyol aobeveis pe éva andndio 11 GCN ena-
vanhywewv, napouacialav pia Ania, kaBuotepnuévns
évapéns vooo. O1 aobeveis tns tefeutaias katnyopias
anotefouoav éva pikpd Nocootd tou cuvdnou [29]

Kal ol ouyypageis €nyav 1o ocupnépaopa ot niba-
Vs unodiayiyvaoketal. Eivar mBavé n OPMD va éxel
atunes, €ite noAy Anies, €ite NoAU NPWIPNS évapéns
pop®és nou Ba pnopoucav eukona va diayvwoBouv
AavBaopéva. TUppwva Pe ta avwtépw Ba npénel va
tiBetal n unoyia s vdoou og k&Be nepintwon oIko-
yevous BAspapdntwons, €161kd av UNdpxel ITTOPIKO
duopayias " av uNdpxouv XapaKkINPIoUKA eupnpatd
ot Bloyia puds, akdun Kai o€ vedtepous aobeveis. H
BAepapdntwon, nou oxetiCetal pe duogayia Kal anw
aduvapia twv JUdV ouvIoToUV KAIVIKE XapaKtnpIot-
K@ pias onavias, PN XxapakinpIoPeVNS os JopIakd ye-
veukod eninedo, kAIVIKAS katdotaons nou ovopddetal
o@BanNpoPapUYYIKA NEPIPEPIKN PUikA duotpogia, nou
kAnpovopEital 100 PE TOV aUTOCWHATKS ENIKPATNT-
K& 600 Kal Je Tov UNoAEINOPEVO XapaKTNPEa Kal otnv
onoia otn Bloyia puds avadeikviovial OXIoUOEIdN Kal
autopayikd kevotonia [30].

O tpitos aoBevhs ndoxel and puotovikh ductpo-
¢ia Wnou 1, tnv Nio ouxvh KANPOVOUIKA VEUPO-
puikn diatapaxh otous evARIKES N onoia oeinetal
o€ au&npévo apiBuou enavanhwewy s TpINAETas
CTG, dvw wwv 50, oto yovidio DMPK. To @dopa s
aoBéveias nepinapPavel coBapés ouyyeveis BpePIkEs
HOPQEs, Hop®Es Pe évapen katd v naldikh nAikia,
v KAAoIKA evAAIKN Jop@n Kal HOPPES SYIUNS évap-
€ns, avanoya pe to péyebos tns enéktaons [31]. Oi
OUYVEVEIS pop®és ekdnAwvovtal Ye unotovia katd
™ yévvnon kal oxetiCovtal ye duokodia oiuons h /
Kal avanveuoukh avendpkela kal ugnid Nnocootd
Bvnaoipdtntas, nepinou 20%. H DM1 pe évapén katd
v naibikh nAikia ekdnAdvetal npiv and tnv nAikia
twv 10 €wv, ouvhBws pe eNdxiotn puikh aduvapia,
adnd pe coPapés pabnaiakes Suokonies Kal VONTIKES
diatapaxés. H kAaooikh pop@n s vooou epeavide-
tal ouvnBws katd v 2" A 3" dekaetia tns {wNs Pe
nepipepikh aduvapia, XapakinpPIoukd NPOCWIEIo,
oupnepidapBavopévns BAepapodntwons, atpopias
HaoNTAPWVY KAl KPOTAPITMY PHUMY KAl CUCTNUATKES
ekdNAmOoEIs, ONws NPOWPOS KATaPPAKINS, KAPOIAKES,
QVAMNVEUCTKES, eVOOKPIVOAOYIKES, YAOTPEVIEPIKES KAl
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veupoyuxiatpikes diatapaxés [31, 32].H DM1 o pia
avadpopikh pgeAétn ATav N Mo cuxvn aitia guoyevous
BAepapontwons petd us pitoxovopiakés puondbeies
[33]. H BAepapdntwon otnv DM1 pnopei va ouoxet-
OTel NEPIOTAOIOKE PE CUUNTMUATA Nou opoldlouy pe
pitoxovdpiakh CPEO: énws n neplopiopévn opBan-
HOKIVNTKOTNTA Kal aduvapia twv oQIyKTNpwy Twv
BAepdapwy, nou dpws eival onpavukotepn otn DM
[34]. H napouacia cuotnpatk®V Kal KAIVIKOV EKONAM-
oWV NMou eyeipouv tnv unévola tns DM1 Ba npénel
va odnyouv tov kAIvIKS 1aTp6 otn dievépyEId HOPIaKOU
YEVETUKOU €fgyxou yia tnv acBévela. H éykaipn did-
yvwon gival onpavukn Oxi Jovo yia th owaoTth YEVETIKN
oupPoudsutkn aAfd kal yia tv npéAnyn coBapwv
KapdIak®V Kal avanveuoukwy ennfokwv [31].

O teneutaios aoBevns ndoxel and ouyyevh yuond-
Beia Adyw unoAsinduevns petannagns tou yovidiou
RYR1. O1 ouyyeveis puondBeies €ival pia etepoyevns
opdada puikwv nabhoswy, Pe NpwIUNs évapens pu-
iKh aduvapia Kal XapaKmnpIotikés 1otonabonoyIkEs
adnoiwaoels otn Bloyia puds. O1 kUples naBoAoyIkEs
oVIOTNTES AUTAS TNS Katnyopias ival n yuondBeia pe
paBdia vnuadivns, n keviponupnvikh yuondBeia, n
puondbeia Pe NEPIOXES MOU OTEPOUVTAl OEEIBWTKNAS
dpaotnpidtntas (ocupnepifauBavopévns ns central
core kal s multi-minicore) kai tns ouyyevous duca-
vanoyias puikdv Ivav [35, 36]. O1 acBeveis cuvhBws
napouacidlouv unotovia and tn yévvnoh A Katd
bIdpKeIa TOU NPMTOU €Ttous s (wns, KaBuatépnaon
ENITEUENS TWV KIVNTKWDV 0pdCNPWY Kal puikn adu-
vapia. H aduvapia tou npoownou nou oxetietal e
BAspapdéntwon Kal Pepikés popés opBanuonnnyia
gival ouxvd KAIVIKA XapaKINPIOTKA TWV CUYYEVMDV
puondBeiwy, KUpiws tNs KEVIPONUPNVIKNS KAl TNS
multi-minicore puondBeias [35, 37]. e diapopous
UNoTUMNOoUS TWV CUYYEVWY puonabeimy, ouvhBws oe
autouUs nou oxetidovtal pe petanidgels ota MTM,
BIN1, DNM2, TPM2, TPM3 xai RYR 1 yovibia, n kAI-
VIKN €IKOva punopei va nepinféketal and v napouacia
HUQOBEVIKWDY XapakINPIoTK®Y énws nabofoyikés
nAektpoPuoloNoyIkos €AgyX0s TNs VEUPOUUIKAS oU-
vayns kal Betkh aviandkpion twv CUPNTWHATWY,
oupnepifapBavopévns tns BAepapdniwons otous
avaotoneis xofiveotepdons [38, 39]. e autés us
NePINTWOEIS N S1dkpion and ouyyevh HUAoBevIKA
ouvdpopa " and v naidikh kal and t veavikn pu-
aoBévela gravis pnopei va eivar duokoAn. Fevikd, n
napoucia unotovias and t yévwnon, N YEVIKEUPEVN
aduvapia kar n aduvapia Twv PUWV TOU NPOcWNou
Ba pnopouce va eyeipel v unoyia otov naidiatpo va
oupnepIAdPel 1o evbexduevo pia ouyyevous puond-
Beias otn diagopikn didyvwaon To gaivotunikd eUpos
WV OUYYev@Vv Yuonabimv eival noAU eupy kal Exouv
avapepBei nonAés nepintoels aoBevmv pe noAy Ania
KAIVIKN €IKGva akopun Kal pe évap&n katd v evhniko
Cwn [35, 40]. O1 RYR1 oxeulbpeves diatapaxés pnopei
va ekdnAwBouv ye noAU Ania cuPNTWUATA Nou dp-

Neuponoyia 30:4-2021, 6-13

xovtal katd v naidikn nAikia kar dev avayvwpidovial
dexpl tnv evhdikn {wn, ye anotéleopa va pecona-
Bouv peydna dlacthpata Peta&l tns évapéns twv
oupnmpdtwy kal s tefikns didyvwons. O KAVIKES
ekbnAwaoels twv acBevdv pnopolv va Kupaivovial
and puikh aduvapia péxpl acupnwPatkh avgnon
s CPK h enaydpevn andé doknon pafdopudAuon.
H BAspapdéntwon unopei va ival éva pépos tou KAl-
VIKOU @Acpatos s vooou, va oxetiletal, h Oxi, pe
neplopiopévn o@BaApokIvNTKAOTNTA 1 va gival 1o KUpi-
apxo Kkai pévo kAvikd xapaktinpioukd. Eidika og RYR
oxeulopevn paBdopudiuon, nnia BAspapdntwon
pnopei va gival 1o pévo puonadnukd onpddi katd v
etétaon [40, 41, 42]. BAepapdniwon Ye ANia PYuikh
aduvapia éxel avapepBei og NEPINTDOEIS KEVIPONU-
pnvIkAhs puondBeias pe évaptn katd tnv evaniko {wn
nou ogeifovtal oe petafndEers twv yovidiwv BINT kal
DNM?Z2 nou petaifalovial Katd Tov autoowuatikd
€NIKPATNTKO TPONO, YE 10 tefeutaio va cuvdEetal pe
opBadpondpeon [43, 44, 45] kaBws kal o€ yuvaikes
Qopeis petannatewv tou yovibiou MTM1 [46, 47].
O1 ouyyeveis puondBeies pe evapén katd v evhiko
(wh Ba npénel va ocupnepinapBdvovtal otn diago-
pIKN Bidyvwon twv Puikdby arimv BAepapontwons,
€161k@ av undpxel 1otopiké otabephs and noAnwv
€1V PUiKAs abuvapias.

Ténos, Ba Npénel ektds Twv puonabeidv nou ava-
QépBnkav avwtépw, N BAepapdnTtwaon onavia €xel
avapepBei kal og aNAes ondvies KANPOVOUIKES N €ni-
Ktntes puondbeies dnws otnv dyiuns évapgns yu-
Koyoviaon wnou Il, otn yuondBeia nou oxetietal pe
petanagels tou yovidiou MYH2 [49], tn véooMcArdle
[50], tnv opBanuikh puooiuda [51, 52] kal tnv opBan-
pikn apunogidwon [53].

Yupnepaopatkd, ta puikd aiua BAepapdntwaons,
av kal ondvia, Ba npénel va AapPdavovtal unéyn otn
diapopikh s Sidyvwon. EARsiyn cagous enibei-
VWONS TWV CUPNTWPATWY Katd tnv K6Nwaon Kal s
avtanékpions otn Bepaneia pe avaotoneis xodiveote-
pdons, n cuvUunapén KevipoueAikAs N/kal NEPIPEPIKAS
puikns aduvapias, 10 BeTKO OIKOYEVEIOKS IGTOPIKO,N
ouvunapgn pias noAucuotnpatkhs diatapaxns Ba
NPENEl va eyeipouv tnv unoyia pias UNOKEiPevNs Pu-
ikns Glatapaxns. L& auTés TS NEPINTMOEIS NEPAITEPW
aflonéynon pe yeveukd €Agyxo, av undpxel unoyia
OPMD n DM1, fh pe Blowia puds givar eniBeBAnpévn
npokelpévou va t€ei n akpIfhs didyvwon, va npo-
oepBei n katadAnAn Bepaneia h va ano@suxBolv
akatanAnAes kar puolkd va eleyxBouv ol aoBeveis
yia niBavés emnokés tns unokefpevns véoou Kkai va
napaoxedei n katdAANAN yevetukn oupPBoUAEUTIKA.
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