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KENTPOMYPHNIKH MYOINAGEIA ENHAIKQN OWIMHL
ENAPIHZ - MAPOYZIAZH MNEPIZTATIKOY

Toduns K., Xovépoyiwpyn M., Mapkouna X., Kupitons A., Zapuds |.
Epyaotipio Neupopuikwv Mabnoswv, Neupodoyikn Kavikn, MTNI
Neupoxeipoupyikd Ivotitouto, latpikn Xxodn, MNaveniotiuio lwavvivwv

MNepiAnyn

Ol KEVTIPONUPNVIKES HUONABEIES €ival PId €tEpoyeVAS opada KANPOVOUOUUEVWY VEUPOUUIKMY NaBhoEwy.
Mepypdpovial ws ouyyeveis yuondBeles kal xapakmnpidovial and v epepavion debovwy NUpAvVwY oto Ké-
VIPO TWV PUTKDV VOV ots Uikés Blowies. Me Bdon kAIVIKG Kal YEVETIKA XAPAKINPICTKA O KEVIPOMUPNVIKES
puondBeies Siakpivovial o€ TPEIS HOPPES: UAOCUVOETN, e NePIyeEVWNTKN PPAavion Kal Baplds Hopens pu-
ondbeid, aUTOCWHATIKA UNoAEINOPEVN, YeE eggpavion otny naidikn nAikia kal Bapid npos pétpia puondBeia,
Kal QUTOoWUATKA €nikpath, Pe eupdvion otny evaniko {wh kal pétpias Baputntas npos Ania puonddeia.
Mapouoidloupe éva NEPIOTATIKO PE EPPAVION TNS KEVTIPOMUPNVIKNS puondBeias otnv oyiun evadikn {wn,
bivovtas éugaon otn veupo@uaolonoyiKn Kal Kupiws Iotofoyikh S1ayvwaotikn Npoaéyylion.
Né€eis eupetnpiou: Keviponupnvikh puondBeia, ouyyeveis puondBeies, yuikn Broyia

LATE ONSET ADULT CENTRONUCLEAR MYOPATHY -
A CASE REPORT

Tsamis K., Chondrogiorgi M., Markoula S., Kyritsis A., Sarmas |.
Laboratory of Neuromuscular Disorders, Department of Neurology, University Hospital of loannina
Neurosurgical Institute, School of Medicine, University of loannina

Abstract

Centronuclear myopathies are a heterogeneous group of inherited neuromuscular disorders. They are
described as congenital myopathies, characterized by abundant central nuclei in muscle biopsy. The main
forms of centronuclear myopathies recognized based on clinical presentation and genetic characteristics
are the x-linked form, with sever perinatal myopathy, the recessive autosomal form, presenting with severe
to moderate infantile myopathy, and the dominant autosomal form, with moderate to mild adult myopa-
thy. We present here a case of late onset adult centronuclear myopathy, emphasizing in the neurophysi-
ological and mainly histological diagnostic approaches used.
Key words: Centronuclear myopathy, congenital myopathies, muscle biopsy

Elcaywyn myotubular myopathy (XLMTM)] kaBds oxetiCetal
O1 kevtponupnvIkes uondBeies eival pia ETEpoyevns e petanndées tou yovibiou MTM1 nou kwdikonolel
opdda KANPOVOLOUUEVWY VEUPOUUIKWDY NAaBNoswy. nv puotoupnoufapivn (myotubularin) (1).
Meplypd@ovial ws CUYYEVElS JuondBeles Kal Xapaktn-  ® AUToowPATKOSs unoneinduevos TUnos, Pe ppavion
piCovtal ané v epeavion apBovwy NUPAVWY oTo otnv naibikh nAikia kal Bapid Npos pétpia puond-
KEVTPO TV PUIKWV VAV OUS PUiKES Ployies. Me Baon Beia. Ynoneindpeves petanid&els éxouv neplypagel
10 KAIVIKG Kl YEVEUKA XaPAKTINPIOTKE TOUS Of KEVIPO- ota yovidia BIN1 kar RYR1 nou kwdikonolovv tov
NuUPENVIKES yuondBeies diakpivovial o€ TPEIS TUMNOUS: unoboxéa s puavodivns-2 oTous oKeNETIKOUS PUES
(2, 3) kaBws kal oto yovidio TTN nou Kwdikonoiei
* OufooUvETos unoneinduevos TUNos, PE NEPIYEVVN- v utivn (4).
ukh gg@avion kai Bapids popehns puondBeia. Xa- e Autoowpatikds eNIKPATs WUnos kabws kal onopa-
paktnpidetal ws puoividiakn puondBeia [“X-linked OIKES HOPPES, e eppdvion otnv evhdiko {wh Kal
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uétpias Baputntas npos hnia puondBeia. MNa tov
wWNo autd éxouv NePIypaQei enikpateis petannacels
oto yovidio DNM2 nou kwdikonolel v duvapivn
Kal oto yovibio BINT nou kwdikonolei tov unodoxéa
s puavodivns-2, dnws npoavagépbnke (5, 6).

Y€ OgIp€s aoBevV e QUTOOWHATKA EMIKPATA Kal
onopadikh pop®h neplypagetarl KAvIKA Ania Yuo-
néBeia nou npoofdanel Kupiws tous PUES TwV KATW
akpwv anid kal wv avw akpwv evd gival duvatdv
va npooPdannovtal oo ol kevipopeikoi oo Kal ol
nePIPePIKOf pUEs. H évapén twv cUpPNTwPATwy tono-
Beteital tunikd petatu 20 kar 50 etwv pe duoxépeia
ot Badion kal n véoos akofouBel hnia npoodeutikd
enGevoUevn Nopeia kal o€ PIKpG NooooTtd aoBeviy
HETa and dekaeties ival aduvatn n opBootdtnon. Ze
neplopiouévo apiBud acbeviv €xel akOPa avagep-
Bei opBanponinyia, BAepapdnwon, NApeon Puwy
TOU NPOOCWNoU, avanveuotkh Suoxépela kaBws Kal
noAuveupondBeia h €KNTwon vonuKwv AEIToupyIdV
(5, 7, 8). Ta euphpata s Iotodoyikhs eEétaons and
us Bloyies twv aoBeviv PE ENIKPATA AUTOCWHPATIKA N
onopadIkn Keviponupnvikh puondBeia, ektds and tous
NUPAVES OTO KEVTPO TWV PUTKWV IV Nou dnpioupyouy
oucowpatwpata h afucibes, nepifauPévouv diatapa-
xh O10 PEyeB0S TV PUIKWDV VAV PE EKAEKTKA atpogia
WV Wnou | YUikdVv VAV, EYPAvIon Kevotoniwy Kal
biatapaxés tou oapkeidhppatos (9, 10).

MNapouciaon nepiotatkou

Avdpas 80 1V NpooniBe oto VOGOKOUEID pas yid
biepeuvnon duoxépeias Badions pe évap&n anod 10eti-
as nepinou, Pe npoioloa embdeivwon. Ektos and tnv
EKMTWON PUIKAS 10XU0S OTa KATW AKPQ, PE OUXVES M-
0O€IS Katd 1o tefeutaio xpovikd didotnpa, o acBevns
avépepe aioBnpua nnias aduvapias ota dvw AKpa Tous
tefeutaious pnves, kaBws enions anAela Bapous kal
onukés yeudaiobnoels. And 10 AtopIKS 10TopIKS ToU
avapepONKe apTNPIOKA UNEPTAON, UNEPOUPIXAIYIa,
KEVTPIKN UNEPTPOGIa NPOCTATn Kal yAaUukwua Kal
ano 10 OIKOYEVEIAKO I0TOPIKO PNTEPA PE ONPAVTKNA
duoxépeia Badions and nAikias 60 ey, xwpis capn
diayvwon. H kAivikn eGétaon avédeiEe nmia ékntwaon
TV VONTK®V AEToUpyIhY PE Kupiapxn tnv anpagia
(MMSE 24/30), ékntwon s YUikAs 10XU0s Tns Tagns
Twv 2/5 ota KAtw akpa nepIpepikd, 3/5 kevipopenika
Kal 4/5 ota Gvw akpa, pe diathpnon tns aioBnukdtn-
1as Kal viwBpés tevovues aviavakadoels. Znv a&ovikn
Topoypapia aneikoviotnkav SIAXUTES PIKPOTOXAIUIKOU
wnou anAoIMOEIS Kal atpoia eykePanou, v o
€neyxos tns CPK kar o Aoinds epyactnpiakos €Agyxos
bev avébeitav nabofoyikd eupnpata.

Me tnv napandvw KAvikA €ikéva otn SIaQopIKA
didyvwon oupnepiAn@Bnkav NabAoEIs Twv NEPIPEPI-
KMV VEUPWV Kal TWV PUQV pe unogeia nopeia, onote n
dlepelivnon ouvexiotnke Pe veupo@ualonoyikd €Agyxo.

O veupoypa@ikods €feyxos avédeIEe PUOIONOYIKES THES
yida tnv aioBnukn kai Kivnukn aywyigénta dvw kal
KATW GKpwv. X10 NAEKTpOPUOYPAPnua Napatnph-
Bnke oto ouvono twv elgyxBéviwy YUV autdpatn
puikn dpactnpldtnta, pe ondvia €ws apketd Betkd
Kal vibika duvapikd, kabws kal diaypdupata ekouoias
pUikAs olonaons pe NoNU@AOCIKES KIVNTIKES JovADES
HikpoU eupous. Etol, n diapopikn didyvwon nepio-
piotnke ous NABACEIS TWV PUDV Kal MPOXWPNCAUE
o€ puikh Bloyia.

Ma v puikn Bloyia eANEON 1ototepdxio anod tov te-
tpaképano pu (&w nAatU) tou apiotepoU KATw GKPoU
(otov onoio bev €ixe vivel nAektpopuoypdenua). To
IOTOTEPAXIO KatayuxBnke o€ uypd Alwto, NPayuato-
nolnBnkav Topés NAxous 8um o€ YUKTUKS PIKPOTOHO Kal
akodouBnoav Iotonoyikés Xpwaoels (Alpato&univn/Eoai-
vn Kal Tpixpwpn Gomori), iIotoxnuikés Xpwoels (NADH,
SDH, modified-SDH, Esterase, Acid Phosphatase,
Alkaline Phosphatase) kai avoooictoxnueia (Myosin
fast/slow/neonatal, Titin, Desmin). H npogtoiyacia tou
IOTOTEPAXIOU Kal OI XPWOEIS MOU MPAYPATonoIoUvIal
OT0 €pyactnpId pas neprypdeovial Ye Aentopépeia
oto BiBAio twv Dubowitz kal Swery (11).

Ano us 1otonoyIkEs xpwaels dianiotBnke diatapa-
X 010 pEyeBos Twv PUIKWOV Ivav pe Slakipavon tns
OIapETPOU aUTV 0TS eyKAPOIES TOPES and 10um péxpl
80um kabws karl keviponuphvwaon oty nAgiovotnta
TWV PUTKDV VY, aveEdptnta and 1o péyeBos tous (Eik.
1a, 1B). O1 nuphves napouoialovtal eupey€BeIs Kal
dnpioupyolv cucowPAT®HATA h aNuacides oto KEVTPo
TV PUikov vav (EIK. Ty, 101). O 10toxnpIkés €Agyxos
avedeiEe onpavukd apiBud UKDV Ivav pe Siatapaxn
OtV KUTIOPOOPXITEKTOVIKA, enitaon s NADH xpwons
ot0 kévpo tous (Eik. 18), cucowpeuon udikoU Beukou
otnv €0tepdon otnv nepipépela (Eik. 1€) kal nuphves
ye éviova Beukh aviidpaon yia tnv 6&ivn pwopatd-
on (Eik. 1ov). Enfons, otnv NADH xpdon n atpogia
TWV PUIKOV IV Qaivetal va neplopidetal ous tinou
| puikés ives pe évtovn xpwon (Eik. 16).

O avoooiotoxnpikés €Agyx0s Pe aviiomuata €va-
vt myosin fast kai slow eniBefaiwoe v atpoia
Twv Wnou | puikwv Ivav (Eik. 2a) xwpis avtiotoixa
gupnuata ous wnou Il puikés ives (Eik. 2B). Me thv
XpWon yla myosin neonatal dev Pp€Bnke onuavukos
apIBuGs PUiK®V VAV NoU va v ekppalouy, elpnua
evOEIKUKS TOU OT T0 HIKPS PEYEDOS TWV PUIKWV VOV
QVUOTOIXEl NEPICOOTEPO OE ATPOPIKES ives Napd o€
avayevwwpeves. Enfons, o avoooiotoxnpikds €Neyxos
yia utivn kar deopivn avédelEe opoIdUopPN XpMoN Twv
HUIKQV VOV Xwpis Nolotkd h noooukd nabonoyiké
EUPNPATA OTNV EVIONION TWV NPWIEIVWY, avéDEIEE
WOotdo0 dIATaPAXES TOU CAPKEINAUUATOS dnws Kata-
KEPUATOUO Twv KUTIApIK@V PepPBpavav h didoxion
TV puikov Ivav (Eik. 2y, 26).

Me tnv 1otofoyikh e€étaon pnhke n didyvwon s
OUyYevoUs KEVIpONuUPNVIKNS puondBeias Kal Og ouv-
duaopd pe v kAIVIKA €IkOva kaBopiotnke N popen
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s vooou ws onopadikn puondBeia evnilikwy dyiuns
évaptns pe apyn e€€NIEN (" autoowpatkn enikPAtns
Adyw s pntépas e adbuvapia xwpis didyvwaon).
‘Etol, evnugp@Bnkav o acBevhs kal oI CUyYeVeis yid
™ @UOoN TS vOOOU Kal arno@aciotnke N NePAIEPW
CUMNTWUATKA KAl UNOCTNPIKUKA AVUPETDNION, XWPIS
va eival avaykaia n yeveukn eniBeBaiwon.

Zupnepdaopata

210 nepIotatkd nou napoucidloupe napandvw
bivetal éupaon otn diayvwaotkh Npocéyyion Kal tny
oAokANPWON autns Pe tn puikn Blowia nou éBeoe
v eIk S1dyvwaon tNs KEVIPONUPNVIKNS puond-
Beias. Etol, anokAgiotnkav gAgypovmdels nabnaeis

Eikéva 1. AnoteAéopata Iotofoyikns Kal IoTOXNUIKNS €6€taons otnv Keviponupnvikh puondBeia. a) Xpwon
Alpatotudivn/Eoaivn. Alakdpavon s péons SIaPETPOU TWV PUIKWV VAV OTIS EYKAPOIES TOPES (aplotepd)
and 10um péxpl 80um kal eupeyEBEls NUPAVES OTO KEVIPO oTnV NAEIOVOTNTA TWV UKWV IVav. AAuciOes
NUPAVWY OTO KEVTPO TWV MUIKWDVY IVQV napatnpouvtal os ives o AoEh-eniphkn Siatoun oto S tuhpa s
€Ikévas. B) Xpwon tpixpwun Gomori. Enionuaivetal n eupeia diakUpavon oto péyebos Twv JUIKMY VAV Kal
n keviponupnvwon. KAipaka yia a kai B 100um. y) Ze peyadutepn peyéBuvon puikés fves anod v 1a. Me
Bénos onpeicvetal anuaida Nnuphvwy oto KEVTPo pUikns fvas. 8) Xpdaon NADH. Atpoia twv PUiKDV VDV
HE évtovn xpon (tunou | puikes fves). Enions, diatapaxn tns KUTIAPOAPXITEKTOVIKAS PE UNEPXPWON OTO
KEVIPO OPIOUEVWV UTK®V VAV (B€AN) Kal cucompeuon K@Y anoddunons oe kKevotonia og dNAEs Puikés
ives (kepann Bénous). €) Xpwon Eotepdon. Zucowpeuon UAikoU BetkoU oty 0teEpAcN OtV NePIPEPEIT
HUIKOV IVOV Kal KATAaKEPUATOUGSs Tou oapKeIRnPatos kal S1doxion o€ oplopéves and autés (kepann Bé-
Aous). ot) Xpwon O&ivn dwopatdon. Muphves pe évtova Beukn avtibpaon yia tnhv 6&ivn pwopatdon oto
KEVIPO PUIKNS fvas og empnkn diatopn. KAipaka yiay, 6, € kal ot 50pm.
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Eikéva 2. Anotedéopata avoooiotoxnpikns eE€taons otnv keviponupnvikh puondBeia. a) Myosin fast.
Atpo@ia twv Winou | yuikdv ivav. B) Myosin slow. duaiofoyikh aneikovion twv tdnou Il guikdv Ivav. y)
Titin. OpoIdPoP®N XPMON WV UUIKDV Ivav. Me BEéAos onuEgItiveTal PuUikn iva PE KATaKEPUATIOPEVO oap-
keidnupa. 8) Desmin. Xpwaon twv PUiKOV IVOV Xwpis Nolotkd h nocotkd nabonoyikd euphuata oty
evténion wns npwrteivns. KAfuaka yia a, B, y kar & 100um

TV UV Kal aAAes puondBeies, ondte ano@euxon-
Kav avanotefeopatkés Bepaneutkés napeuPaceis
Kal dokones yeveukés e€etdoels ugniol kéotous. H
XAPAKINPICTKA 10ToAoyIKA €Ikdva s YUikns Blowias
Bétel pe aoniotia tn diGyvwon, xwpis nepiBwpla
yIa au@IoBATnon Kal xwpis avaykn yia NepaItépw
eniBeBaiwon pe poplakd yeveukd EReyxo.
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