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AOKIMAZXIEX EAET'X0Y AEITOYPI'IKHX IKANOTHTAX Q¥
ENAAAAKTIKH THX EZAAEIITHY BAAIZHX XE AXOENEIX ME NOXO
POMPE ENHAIKHX MOP®HX

Hepiinyn

H Pompe givan po vevpopvikn vosog oty omoia o1 acbeveic yapaktnpilovtat amd
LUK advvopio TV KATo AKPOV Kol avamveLoTIKES dOvoAertovpyies. [Ipokaieitot
amd petoAhaéelc oto yovidro GAA, mov odnyel oty EAAElyn TOV AVCOGMOUIKOD
evlopov 6&wvn a-yAvkooddon. To évlvpo avtd sivor veehBovvo yio T Sidomaon
TOV YAVKOYOVOL G€ YAVKOLN Kot EAAELYT] TOV 0ONYEL BT GLGCAPEVCT YAVKOYOVOL
GTO AVGOCMOLOTO TOV KVTTAP®V TPOKAAMVTAG OusAettovpyies. ['a T pokpoypovia
TopoKoroVONon TG KMVIKNG KOTAGTAONG T®V acHEVOV, YPNCLULOTOI0VVTOL
TOWKIAEC DOKIHOGIEG LLE TIC OTTOlEC EKTIUATAL 1] AELITOVPYIKT TOVG kavotnto. H mo
onpavtiky gtvor n dokipacio fadiong €L Aentdv, Kotd v omoia 0 acBevic Padilet
ToAivOpopa AmOCTOOT £IKOGL HETPMV KoL KATAYPAPETAL 1) GUVOAIKY OTOGTACT| TOV
dtévuoe. Atopa Opmg pe cofapn Luikn advuvapio Tov KATo GKpoV OgV Hmopohy va
VTOPEPOLY TN GLYKEKPIUEVT doKipacio. XKOTOG TNG TOPOVCOS HEAETNG NTAV VA
dtepeuvnBel n ovoyétion petald g e&dhentng dokipaciog Padiong Kot POV
GAL®V 10 GOVIOU®V SOKILACIDOV EAEYYOV AEITOVPYIKNG IKAVOTNTOG, GE acOeVeic e
voso Pompe eviiikng popengs. Ot dokipacieg mov emA&yOnkay Nrav N fadion oéka
UETPV, M Eyepan amo kabioua, PAoion TpLaV UETPWV ETGTPOPT KAl 1| OOKILOGIN
avéfaouo ordlog. TOUPETE OV GLVOAMKA dekomévte acbeveig pe voco Pompe
EVAMKNG Hopeng, niwiog dekatecodpmv (14) éog mevivto-¢&L (56) etdv, pe
ocouatikd avaotnua M=168,67cm (9,66cm) kot copatikd Papoc M=71,59kg
(15,58kg). T ™ otatiotiky oviAvon TOv JedOUEVOV YPNOUOTONONKE O
ouvteELeoTNG cuoyéTiong Pearson r, e erimedo onpavtikotnrag P<0,05. davnke 611
Oleg ot dokacieg epedviCov onuovtikny cvoyétion pe v e&dientn Padion
(p<0,05), pe ™ dokyoaocio Padiong 10 pérpov va epgaviler v vynidtepn
ovoyétion pe r=0,94, p<0,05. To amotélecpa aVTO, POVEPMVEL OTL 1 SOKIUAGTOL
Baoong 10 pétpov pmopel va ypnoporombel wg eVOAALOKTIKY NG €EAAETTNG

Badiong oe acBeveig pe vooo Pompe evijlikng popone. Ipdseartn pekétn @ctdco
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gMoNUOVE OTL 1) doKIaGio TV Oéka HETPOV OEV lvarl IKOVOG OEIKTNG EKTIUNONG

AELTOVPYIKNG IKOVOTNTOG GTOVS GUYKEKPIUEVOLG aGOEVELS.

Aéeig Khedwd: Mvikn advvapia, I'Avkoyovo, Avcoocopata, Ospancioo Eviopikng

Ymokatdotaong
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MOTOR FUNCTION TESTS AS AN ALTERNATIVE TO SIX-MINUTE
WALKING TEST IN PATIENTS WITH LATE-ONSET POMPE DISEASE

Abstract

Pompe is a neuromuscular disorder characterized by muscle weakness of the lower
limbs and respiratory insufficiency. It is caused by mutations of the GAA gene,
leading to a deficiency of the lysosomal enzyme acid a-glucosidase. This enzyme
manages the breakdown of glycogen to glucose, the deficiency of which leads to a
build-up of glycogen in the cells causing malfunctions. For long-term clinical
follow-up, clinicians use many tests to assess patients motor function. The most
important is the six-minute walking test. The patient walks palindromic at twenty
meters distance and is assessed the total distance that he walked. Individuals with
severe muscle weakness in the lower limbs cannot bear the test. This study aimed
to investigate the correlation between the 6-minute walking test and three shorter in
time motor function tests in patients with late-onset Pompe disease. The selected
tests were the 10 meters walking test, timed up and go, and the 4-stair climb test. A
total of 15 patients with late-onset Pompe disease, aged between 14 to 56 years
(body height 168,67+9,66cm and body mass 71,59+15,58kg) took part. Pearson's
correlation coefficient r, with a significance level of p<0.05 was used for statistical
analysis of the data. All tests showed a significant correlation with the six-minute
walk (p<0.05), with the 10-meter walking test showing the highest correlation with
r=0.94, p<0.05. This result suggests that the 10-meter walking test can be used as
an alternative to the six-minute walking in patients with late-onset Pompe disease.
A recent study nevertheless stated that the 10-meter test is not a good indicator of

functional capacity in these patients.

Keywords: Muscle Weakness, Glycogen, Lysosomes, Enzyme Replacement

Therapy
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ApPKTIKOAEED ZVVTOLOYPAPLDV

ERT Enzyme Replacement Therapy
6MWT 6-Minute Walking Test

4SCT 4 Stair Climb Test

TUG Timed Up and Go
10mWT 10 meters Walking Test

AMX Agikng Maloc Zopatog

DMD Duchenne Muscular Dystrophy

Vi
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I. EIZAT'QI'H

H Pompe eivar pia vevpopwikn vécog m omoion pmopei vo ekdnimbel og
dtapopeTikd otdoa g Lone. Epgavileton gite kotd TOLG TPOTOVG UNVES LETA TN
vévvnon, eite apyodtepa oe peyarvtepn nAkio. ‘Etot, dtuympileton ot Bpe@ikn Kot
v evidikn popoen avtiotorya (Claeys K. G., D’Hondt, A., Fache, L., Peers, K., &
Depuydt, C. E., 2022). H ocvyvotnto epedviong g eivar 1:40.000 yevvroelg
(Marques, J. S. 2022). Kinpovopueitor pe onTOCOUIKO DTOAEWTOUEVO TPOTO
(Dhillon, S., 2021) kot mpokoeitar amd petodhdéelg oto yovidio GAA, mov
Bpioketarl oto ypopodcopa 17 (van der Ploeg, A. T., & Reuser, A. J., 2008). To
yovidlo avtd Kmotkomolel to Evlvpo 6&vn a-yAvkooiddon (GAA), to omoio
Bpioketar 60 AvcOGOUATA TOV KLTTAPWOV Kot Eivat vreHhBvvo Yo T SdeTAcT TOV
yAvkoyovov og yAokoln (Malicdan, M. C. V., & Nishino, 1., 2012). 'EAlewyn Tov,
00Nyel 6N GLEGMPELGT TOL YAVKOYOVOL GT0 AVCOGMOTO TV Kuttapwv (Diaz-
Manera, J., Walter, G., & Straub, V., 2021), kdtt 10 omoio mpokaiei ™
dvciertovpyia tovg (Marques J. S., 2022).

Ta ocvpuntopoata kor n eEEMEN g acbBévelng, eCaptovror and tov Pabud
Aertovpykdmrog ¢ dwbéoiung mocdttag tov evivpov (GAA) ota kvTTOpO
(Claeys K. et al, 2022). TTaporo mov 10 évivpo avtd Ppicketatl oyeddv o OLo TO
€lon KLTTAP®V TOV OPYUVIGHOV, TABOAOYIKES KaTaoTdoelg eppavilovtal Kupimg
OTOVC OKEAETIKOVG HVES, 6TO KOTTOPQ TNG Kopdidg (Marques J. S., 2022) kot otovg
vevpaveg (Bolano-Diaz, C., & Diaz-Manera, J., 2022). Avto mbavov va opeidetan
070 YEYOVOG OTL 01 16701 avTOol £xovv avEnuévn avaykn yo yAvkoln (Bolano-Diaz,
C. et al, 2022). H nAwia évapéng g vocov oe kabe acbevn, Oa Exel kabopiotikd
poro otnVv eEEMEN TG KAMviKN G Tov katdotaong (Terzis, G., Papadimas, G., Krase,
A., Kontou, E., Arnaoutis, 1., 2022).

AocbBeveic ue v evihikn popon g acbévelag (late-onset), yapaktnpilovro
Kuplowg omd mPoodeLTIKY ULIKN advvapio tov kdto dkpov (Angelini, C.,
Semplicini, C., Ravaglia, S., Moggio, M., Comi, 2012). H np60dog t¢ acbévelag
eivan apyn (Terzis G. et al, 2022). Ta dropa ovtd speoviCovv pel®pPEVN

Aertovpyikn wavotra oty kabnuepvi tovg {on. H aoctabng fdoiomn, 1 duckoiio
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o10 avépacpa okaromatiwv (Marques J. S., 2022) axdun kot n Gvodog amd kémolo
kaOwopa (van der Ploeg, A. et al, 2008) amotelodv kdmoleg amd TIG KAONUEPIVES
Tovg TpokAncels. H mietoymoeia tov acBevov avtov, yopaktnpileton eniong and
AVETAPKELX TOV ovamvevoTikov cvotiuatog (Angelini C. et al, 2012), ka1 pmopsi
vo, 0dnynBodv axoun Kot e unyavikn ovamrvevotikn vroothpién (Terzis G. et al,
2022).

To 2006 avamtOyOnke, N poOVN eykekpiuévn €oc onuepa, Bepameior evEOUIKNG
vrokatdotaons (ERT), pe alylvkooiddon dieo (Myozyme/Lumizyme, Sanofi
Genzyme, Cambridge, MA, USA) (Do, H. V., Khanna, R., & Gotschall, R., 2019),
TO avVOoLVOLOGHEVO dnAadn avOpamivo évivpuo GAA (Terzis G. et al, 2022). H
Bepamneia avt yopnyeitar evoopAéPia otovg acbeveic kdbe 15 nuépeg (Papadimas,
G. K., Anagnostopoulos, C., Xirou, S., Michelakakis, H., Terzis, G., 2021). [Topoio
oL eUPOviCovV PBEATIOON GTN AEITOLPYIKT TOVS KAVOTNTA TIG TPDOTEG EROOUAES
YOPNYNONG TNG, GTI GLUVEXELL PTAVOVY GE £vol TANTO KOl HETE amd pepkd ypovia
akoAovBei paydaio ntmdon (Bolano-Diaz, C. et al, 2022). Avtd mbovov oesileton
TN PTOYN OVTOTOKPLION TOV CKEAETIKOV Hu®V o Bepameio kabmg, dev umopet va
€10éA0e1 OoTOL KVTTOPO IKOVOTTOUMTIKY TOCOTNTA TOV OVOGLVOVAGHEVOL €VIDLOL
pécm g cvotn kg kukAoeopiog (Do, H. V., Khanna, R., & Gotschall, R., 2019).
Av10 €xet emPeParmwbel amd mepdpato 6€ mToviKio, OTOL PAVNKE TOS AYOTEPO OO
1% g oAkng Oepameiag etavel ota poikd kottapa (Do, H. V., Khanna, R., &
Gotschall, R., 2019).

Oocwv agopd TtOVG OVOPOTOVG, M HOKPOXPOVIO OTOTEAECUOTIKOTNTO TNG
Bepameiog ko 1 €EEMEN T vooov, dev givar kKatt evkoro va ektiundei (Berli, S.,
Brandi, G., Keller, E., Najia, N., Vitale, J., 2022). O xvptotepog Adyog ivar o
HEYOAO E0POG TOV SLAPOPETIKMOV PavOTOTT®V HeToEd Tov acbevav (Berli S. et al,
2022). 'Etol, yio vo ekTiunfovv To. Topomdve, YPNGLLOTOo0VTaL JAPOopES
dokipaoieg, ot omoleg mpooopolalovv TG KOOMUEPVEG  OVOKOMEG OV
avtpetonilovv ot acBeveig kol agloloyeitor 1 Aettovpyikn Tovg wovotnta. o
TAPAdEY L, OTMG ovapEpONKe Kot TPy, ot acbeveic duokoievovtal va avéBouv
okoromatio (Marques J. S., 2022). Mio amd Tig dokiuacieg givar 1 dokiuacio

avéfooua oxaiog (4SCT), n omoio apopd tov ¥pdvo avodov 4 GKAAOTATIOV Kot
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YPNOCLOTOLEITOL EVPEMG G AGOEVEIC [LE VEVPOUVIKG VOGTLOTO TPOKEWEVOD VL
a&loroynOein Aettovpykn Tovg ikavomra (Schorling, D. C., Rawer, R., Kuhlmann,
I., Miiller, C., Pechmann, A., & Kirschner, J., 2023).

Mia GAAN dokipacio wov vdpyetl, elvar 1 dokipacio Badiong 6 Aentdv, 1 omoia
Bewpeitar N wo onuoviky amd oieg (Angelini C. et al, 2012). Extog ond v
wKavotnTo Padiong, Olvel [ GeapIKny €1KOVO Y10 TO GUCTHLOTO OPYAV®V TOL
EVEPYOTOLOVVIOL GE  OMOWONTOTE  UOPPNG  AoKnomng, Onmmg &ivor 1o
KOPOLOAVATVELGTIKO, TO VELPOUVTKO KOL 1) GUOTNUIKY] KUKAOQPOPio. TOL aipatog
(American Thoracic Society, 2002). Xtn dokipocio avth kKamolog acbevig Padilet
pioe dgdopévn amdotacn maiivopopa €51 cuvexOUeEVa AETTE KOl KOTAYPAPETAL M
OULVOAKT amdoTOoN TOL KOTAeEPE vo dtavooel (Agarwala, P., & Salzman, S. H.,
2020). To 6 Alemtd Opwmg eivor oapketd kot moAAoi acbeveig de Oélovv va
TPOYUOTOTOGOLY TN doKlpacio, 0nmg katéypaye kot o Papadimas G. ue tovg
cuvepydteg Tov (2011), 6mov opropévol Tdoyovies apviOnKay Vo GUUUETAGYOLV
ot ogdopévn a&orloynon. Ot acbevelg pe coPapn poikn advvapio tov KT
Gxpwv, dev pumopovv va. avtéEovv avtn T dokuacio (Anderson, L. K., Knak, K.
L., Witting, N., & Vissing, J., 2016). Qotdc0, vadpyovv Kot GAAES SOKIUAGIES
EKTIUNONG TG AELTOVPYIKNG KAvOTNTAS TV acBevav pe voso Pompe, ot omoieg
etvar o ovvropes (Angelini C. et al, 2012, Claeys K. et al, 2022). Mo, Aydtepo
enimovn Ko o cHvroun dokpacio eival n fadion 10 pétpwv.

Katd ™ Badon tov 10 pétpov agoroyeitar o ypdvog mov Ba Katapépel o
aceviig va S1OVOGEL TN CLYKEKPLULEVT ATOCTAGCT, a&loAoyEiTaL ONANOT 1 TOYVTNTA
Badiong Tov. O Patrizio kat ot cvvepydteg Tov (2021), dnAwoay 4Tt 1| ToLTNTA
Baoiong etvar évag moAd 1oyvpog deiktng Y v TpoPreyn g vyeioc. [ToAAol
EPELVNTEG KOl KAVIKOL 10TPOT YP1GLULOTOLOVV TIG SLAPOPES SOKILAGIEG TOYVTNTOG
Badiong yio va aE0A0YNGOVV T AEITOVPYIKY KOVOTNTO avOp®OT®V Tpitng NAkiog
N TV KAWIKY Katdotaon tov acbevav toug (Patrizio, E., Calvani, R., Marzetti, E.,
& Cesari, M., 2021). Xe o mpoéceoatn perétn (Clays et al, 2022) ouwg, ot
gpeuvntég kKatéAn&av 6t n dokipacio twv 10 pétpov dev givarl kaddg deiktng yio
v afloddynon g AETOVPYIKNG KavdTnTag TV acbevov pe voco Pompe

eviiMkng popone. H aAlayn ommyv emidoom toug dev ftov KAWIKE 1| OTATICTIKA
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ONUAVTIKY HETA amd dVO XpOVIK TapaKOAOLONGONG, GE GUYKPLoT UE TNV EAAETTN
Badion 6mov gpedvice KAMVIKA onuovTikég aAlayés. QQo1d00, deV £KOvaV KAToLo
oLoYETIoN HETAED TOV SOKIUACIDV.

2Komd¢ TG mapovoag HeAETNG NTav va diepeuvnbel n cuoyétion petad g
emidoong ot dokpocio Padiong tav €L Aentdv (BMWT) kot tng enidoong tpidv
GAA®V, MO CUVIOU®V, OOKIUACIOV EAEYYOL TNG AETOVPYIKNG wovotntag 15
acBevov pe vooco Pompe eviAikng popoenc. Ot dokipacieg mov emA&ydnkav nrav,
N doxwaoio faoions 10 uétpwv (L0MmWT), 1 éygpon ard kdabiouo, Paodion tpLov
uetpav emotpoen (TUG) kar 1 dokipacio avéfaoua oxdlas (ASCT).
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II. MEQOAOAOI'TA

2.1. Zoppetéyovreg

2 mapovoo peAETn ovppeteiyov cvvoAlkd 15 acbBeveic pe voco Pompe
evIAKNG popong, nAiag 14 émog 56 etdv (Avdpec: nN=9, INvvaikeg: n=6). Ot
acBeveic mapovsiolav To akdAovBa yapaktnplotikd: nAkio, M=40 ém (15,35
étn), ocopatikd avaotnuo, M=168,67cm (9,66cm) wxor Papoc, M=71,59kg
(15,58kg). A&oroynOnkav cLVOAIKG G TEGGEPLS OOKIUAGIEG EAEYYOL Yo TN
Aertovpyikn Tovg wovotnta. OLot ot acBeveic, vaEypoyav EVTLTO GVVOIVESTC Yo
TN GLUUETOYN TOVG OTIS AELOAOYNOELS, OPOV TPOTA TOLG 0OOMKAY OVOAVTIKES

TANPOPOPIES YioL OAEG TIG OLAOIKAGIES.

2.2. Aoxkpooisg

2.2.1. E&arentny Badion (6MWT)

H amdctaon Pdadiong 6 Aemtdv afoloyndnke pe t dokosio 6MWT. H
agloldynon £ywve 6e O140pOUO EGMTEPIKOD YDPOV. XT0 £00.p0g elyav TomoBeTnOel
oe andotaon 20 pérpov petald tovg dVo mhaotikol kdvol. Ot acBeveic elyov ¢
otoy0 va Padicovv maAivopoua 6 cuveyoueva AETTA TN ddOUEVT ATOGTAGCT), LUE
ap1otePOTPOPT KatevBuvorn. Ot 0dnyieg Tov Tovg d0ONKav Nrav va Padicovy doa
TEPLOCOTEPO PETPO pmopovoav péca oto 6 Aemtd, pe dwd tovg pvdud. H
ypovopétpnon Eexivnoe pe 1o mopdyyeipo «Ilape» tov aoloynm kor pe tov
acBevn va Bpicketor e 0pHa BEom micw amd Tov Evav amd Tovg VO KO®VOLS. MOAIS
telelwoav Ta 6 Aemtd 0 doKipalopevog Epetve akivntog og Omoto onueio eiye Ppedel

Kol LETPNONKE 1 GUVOAIKT] ATOGTOCT TOL OLEVUGE.
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2.2.2. Avéfaocpa Xxdrog (4SCT)

O ypovog avePdouatoc okarag €ywve pe t dokipacioo 4SCT. H dokiuacio
TPUYLOTOTOONKE GE ECMTEPIKO YDPO, LE EPYACTNPLOKT KAMUOKA 4 CKOAOTATUDV
(4 x 13cm) mov d1€0ete 600 KovTOoTEG OeELA Ko aptoTePA 0md To. okodomdTio. Ot
acBeveic etyov wg 6tdHY0 va avéBouy Ta 4 GKAAOTATIOL OGO O YPNYOPO LTOPOVGAV.
Ot 0dnyiec mov d00ONKav oToVG aGBeveig NTav va otabovv 15-20cm mpv to TpdTO
OoKOAL e Ta xépta Simha amd Tov kopud. Me mapdyyeipa tov agtoloyntn, «I1duey,
Eexivnoe N ypovopétpnon kot toug {nminke va avéBovv tor GKaAOTATIO OGO TTLO
YPYOpO Kol pE Oao@AAE pmopovoav. MOMG £9tacov 610 KEQPOAOGKOAO
oTapdnoov kot otddnkav 6pbot pe ta yépro Olmha amd TOV KOPUO, «OOV

GTPUTIDTES) KO 1] YPOVOUETPTOT CTAUATNOE.
2.2.3."Eyepon an6 kaOopa, padien 3 pétpov emoetpoon (TUG)

O ypoévoc éyepong amd KAOGHa, PAdION TPIOV HETP®V KOl EMGTPOPY GTO
kéOwopa, €ywve pe t dokuacio TUG. H dokipoacio mpoaypatomomdnke oe
€0MTEPIKO YOpo. Kdbiopa vwyovg 46cm pe 65cm Vyog pmpdrowmv, Mrtav
TOmo0ETNEVO GTO £00.POG KOl OKOVUTOVGE GTO TO1YX0. L& AmOcTACT 3 HETPWV El)E
tomofetnBel oT0 £d01pOC YaptToTavia Kot Evag Kavoc. O acBevig elye ¢ 6TOY0 Vo
onkwbel and to kabopa kot vo Padicel maAivopoua v andotaon 3 pETp®V,
apeTEPOSTPOPA, OGO O YPNYOPO UTOPOVGE Kal va Eovakadicel 1o kdbiopa. Ot
odmnyieg mov Tovg dGOMKAV MTaY Vo EKTEAEGOLV TNV dokilacio 660 o ypryopa
oAAG pe ac@dieln pmopovoav. H ypovouérpnon Eekivinoe tn otiyun mov o
a&loroyntg eime «Ildpey» Ko oTOpdTNGE TN GTIYUN TOL 0 0G0EVIG OKOVUTTNOE TOL
woyio Tov 610 KAOwpHa. AVO acOevelG dev KATAPEPAV VO TPOYLUATOTO|GOVV TN

dokipacia.
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2.2.4. Baown 10 pétpov (10mWT)

O ypovog Padiong amoéoctaong 10 pétpov aéoloyndnke pe t dokiuacio
10mWT. H dokipacio mpaypoatomromOnke o€ S1A0POUO E6MTEPIKOD YMDPOL. XTO
£€00pog &eiyov tomobBetnBel oe amodotoon 10m petald Tovg Ypoupég amod
avTokOAAN TN Tovio. O doxpalopevog elxe ®g otdyo vo Padicel ) dedouévn
amdoTaoT OGO o YPNYopo Umopovoe ympic va tpéket. Amo dpBia 6tdom unpootd
amo ™ o ypappun o aclevig Eexivnoe ) dokipacio votepa and tapdyyeipa. H
ypovouétpnon Eekivnoe  otiyun mov 060nke to mapdyyeipo «IIaue» ko

OTONATNGE LOMG £QTOCE OTN OEVTEPT) YPOLLLUN.

2.3. ZtaTioTik] Avaivon

[o ™ oTaTIoTIK)] aVAALGN TOV OEOOUEVMV, TPOYUATOTOMONKE avAaAvLoN
GLGYETIONG LLE T ¥PNoN Tov cvuvieestr| Pearson r. EA&yyOnike n oyéon peta&d g
dokpaciog «EEdientn BAdion» Kot T@V VTOAOUT®V TPLOV SOKIUAGLOV, KAVERAGLA
okaAag», «Bdoon 10 pétpovy kar «Eyepon amd kdbwopoa, Padion 3 pétpomv
emotpoen». To eninedo onuaviikdtnTog opioctnke wg P<0,05. Ot avarvoelg Eyvay

ue ) ypnon g epoppoyng Microsoft Excel.
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III. AITIOTEAEXMATA

3.1. Ileprypagikd Xapoktnpiotikd AcOevov pe Nooco Pompe Ewvijiikng
Mopoiis

21 pehétn ovppeteiyov cuvolkd 9 avpeg (60%) ko 6 yovaikes (40%) pe voco
Pompe eviiikng poponc. H péon nikia évraéng otn pelén nrav 34,11 £ (evpog
14-55 1) yro tovg avrpeg kan 50 £ (evpog 41-56 £1n) yia Tig yuvoaikeg avTioTotyo.
Katd ™ deEaymyn g perémng 6lot ot acbeveig rav mepuratntikol. tov mivaka
3.1. amewovilovtal To TEPLYPOUPIKA YOPAKTNPOTIKA TV 15 acBevav, pe voco

Pompe eviiAikng Lopenc, TOV GUUUETEYAY GTN LEAETT).

Mivaxag 3.1 Heprypagixa yopoxtnpiotixa 15 acbevaov ue vooo Pompe evijlixng popeng.

INuvaikeg Avtpeg
(n=6) (n=9)
Hhkia (étn) 50 + 5,23 34,11+ 16,54
"Yyog (cm) 162,5+ 8,12 172,78 + 8,32
Bapog (kg) 70,02 + 14,47* 72,46 + 16,09
AMXZ 25,97 + 4,95* 24,16 + 4,45

*Mia a00evig dev mopevpéOnie TV NUEPO. TWV COUATOUETPHOEWY

3.2. Amoteréopnato AOKIPOGLOV

davnke 6TL M cvoyétion petadd Tov dokpaotwv: 4SCT, TUG kot 10mWT, pe
™ dokpocio fadiong 6 Aertdv (6MWT), Tov 6TOTIGTIKG OTUOVTIKT]. XTOV TivoKo,
3.2 amewoviletoar 0 ovvieheotng cvoyétiong Pearson r mov gpedvice Kabe

dokipaocia pe v 6MWT.
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IMivaxog 3.2. Zvoyetioeic uetalo e eéalemng dokuaoios Padions (BMWT) kor twv
ooxuaociov: Avéfaoua oxdlag (4SCT), Eyepon aro kaOioua, fadion 3 uetpwv emotpopin
(TUG) kot Badion 10 uétpewv (LOMWT), o 15 acbeveic ue vooo Pompe evijiing popeng.

Yuvredeotis XvoyiTiong

Aokipooieg
(Pearson r) pe 6MWT
AvéBaopa okdrog (4SCT) 0,83*
‘Eyepon oamd kéOiopa, fadion 3 uértpwv
yepon po, Badion 3 pétp 0.87*
emotpoen (TUG)
Badion 10 pétpwv (10mWT) 0,94*

*p<0,05

H amdotoon Padiong oto 6 AenTd £iye ONUOVTIKY GLGYETION UE TNV EMIO00T 01N
dokuaocio «AvéBaocua oxdragy (r=0,78), p<0,05. Anladn, o xpoOVOC mov
ypeWoTKeE KAmolog acBevig va avéPer 4 okoromdtia, cvoyeTlldétav pe TV

amOCTOCT TOL S1EVLGE PEGH GE 6 AETTA.

g 16,00
<
: 14,00
< * R? = 0,6068
9% 12,00
g p<0,05
e 10,00 ®
gL 8oo 0 T
w e ..
z 6,00 * .8
93 [ ] ‘ '''''
S 400 o o
~8- ..... .. ‘
=< 2,00 o

0,00

0,00 200,00 400,00 600,00 800,00

Anootaon Badiong 6 Aemtwv (M)

Xyqpa 3.1. Zvoyétion amootoaons fadions 6 AemT@V Kai xpovov aveBaouatog
okalag, oe 15 aolOeveic ue vooo Pompe eviAikns puoppng.
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H andctaon Padiong oty e€dhentn dokpacio eiye emiong pHeydAn cuoytion e
v enidoon ot dokacic TUG (r=0,87), p<0,05. O ypdvog mov ypeldotnKe
Kkémotog acBevic va onkwOel amd to Kabiopa, va Padicel 3 uétpa Kot vo ETGTPEYEL
iom otV Koo apykn Tov 0o, elxe oY€on UE TNV GLVOMKN ATOGTACT] TOL
Katdpepe va davdoel péca og €61 Aemtd. [ dvo acbeveic n Tpaypatonoinomn g

doKipasiog NTav advuVaTH.

16,00
= ° R>=0,756
2 14,00
% z ® p<0,05
£ g 12,00 .
S .-.._
¥ & 10,00 . e
=4 R
3™ 800 "
= ¥
2% 6,00 ¢
e 3
=Z 4,00
g
3 200
o :‘ L]
o7 ©
2 0,00
m

0,00 200,00 400,00 600,00 800,00

Amndotoon Badiong og 6 Agmtd (m)

Yynpa 3.2. Zvoyétion axoortaons fAdions 6 LEXTMV KAl YpOVov EYEPTHS ATO
kabioua, faoion 3 uétpwv emiotpopn (TUG), oe 13 acleveic ue véoo
Pompe evplixnc popong.

Téhog, TN HeEYaADTEPT GLOYETION EUEAVIGE M emidoom ot dokipacio Badiong 10
pétpav (1=0,94), p<0,05 pe v enidoon oty 6MWT. O ypdvoc mov ypeldoTnKe
Y va d1ovicel kdmolog acBevig po amdotacn 10 pétpmv epeavice ToAD peydan

GLGYETION, UE TNV aOOTACT OV JEVVCE GE 6 AETTA.

10
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R?=10,8592

. p<0,05
L)

S

e .

° o
-...'.-‘
200,00 400,00 600,00 800,00

Amnéotacn Badiong o 6 Asmta (m)

Yynpa 3.3. Zvoyétion axooracns fadions 6 AemTt@v Kai Tov ypovov Badiong
amootaons 10 uétpwv, oe 15 acbeveic ue vooo Pompe eviiixng popeig.

11
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IV.XYZHTHXH

2Komd¢ TG mapovoag peAéTng NTav va diepeuvnbel 1 cuoyétion peta&d ™G
enidoong otnv eEdAentn dokipacio Badiong (BMWT) kat TV enSOGE®V TPLOV TLO
GUVIOU®MV OOKIUACIOV EAEYXOV AEITOVPYIKNG KOvVOTNTOG, o8 aobevelc pe voco
Pompe evilikng popoeng. Ot dokipacieg mov emdéydnkav rav n 10mWT, n TUG
ko  4SCT. Oleg ot dokpooieg eppavioay vynin cvoyétion (p<0,05) pe
6MWT, pe t doxyacio Badiong 10 pétpov va gugovifel v vymAdtepn ue
r=0,94, p<0,05. To amotéAecpa avTd AmOTEAEL KO TO KLPLOTEPO EVPNUO TNG
perétng. 'Etot, 1 10mWT pmopet va ypnoiponombei og evarloktik g 6MWT
o€ acBeveig pe vooo Pompe eviAikng popeng yio v a&loAdynon g AEITOVPYIKNG
TOVG IKOVOTNTOG.

H e&dhentn Padion £xet yivel TayKoouimg amodeKTn ¢ 1 SNUAVTIKOTEPT Kot 1)
o aSOmoT doKIasior EAEYYOV NG AELTOVPYIKNG IKOVOTNTOG, 0€ aobeveic pe
vevpopvikd voonuata. H 10600 vymAn ovoyétion mov epedvicav OAeg ot
doxkpacies pe ™ 6MWT, oty mapovoa perétn, VTOONADVEL OTL KO 01 VTOAOUTES
elvar wovol OgikTeg EKTIUMONG TNG AELTOVPYIKNG KOVOTNTAG TOV AcHEVOV pE TN
ovykekpévn voco. Kotd v egdhentn Padion 10 kivntkd potifo kot o
TPOTOYDOVIGTIKOG pOLOG TV HudV ivar 110G pe t 10mWT, pe ) dwpopd 6tL
katd ™ 6MWT n toyvmta Padong Ba eivor Alyo pikpodtepn. Xt vmoroueg
OOKIHLOGIEG O TPOTAYWVIOTIKOS POLOG TOV HLMV KoL TO Kvntikd potifo eivon
OOPOPETIKA YU avTd TOAVOV Kol O GUVTEAEGTNG GLGYETIONG NTAV LMKPOTEPOC.

Y o tpdoeatn perétn (Claeys et al, 2022) motdc0, 01 £pELVNTEG AUPIOPNTOVY
TNV KATOAANAOTNTO TG YPNOoNG TG doKipaciog Pdoiong déka péTpav, e acheveig
pe voco Pompe evilikng poponc. Koatéin&av oto copmnépacpo avtd kabdg n
aAAayn oty enidoon Tov acbevav, ot 10MWT, dev fjtov GTATIGTIKE ONUOVTIKN
UETA aTd dVO YPOVIA TAPUKOAOVONONG TOVS. Xe HEAETN OUMGC, pe acBeVe Tov elyav
poikn dvetpogia Duchenne (Henricson, E., Abresch, R., Han, J. J., Nicorici, A.,
Keller, E. G. et al, 2013) pdvnke 611 1 emidoon otn dokipacio fadiong 10 pétpwv
elye onuavtikn oAhayn pe v e&EMEN g acBévewng o éva ypovo
nopakorlovdnone tovg. Ta dropo avtd dvoKoAevovTol WOiTEPA KATA TN PAdIoN

Kot 6Aot o1 aoBevelg katalnyovv g avamnpkd apasiolo ota Tpota xpovia L.

12
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YUVETMG, YiveTar cOyKplon HeTa&D TOV TOPATAve HEAETOV, KaBmG 1 advvaplio Tov
KAT® GKpwV glval 0 KOVOG TOPOVOUAGTNG KOt GTIG dVO aVTEG AoOEVELES.

v perétn tov Clagys kor ocvvepyatdv, ot acbeveic petd omd 24 pnqveg
mopoakorlovdnone dtévucay Katd péco 6po 368,1 puétpa ko eiyov péon ToyvINTA
Badiong 1,03m/s ot 6MWT xou 1,10 m/s ota 10 pétpa avtictoryo. v peAé
tov Henricson, E. kot cuvepyatdv, 6toug acbeveic pe poikn dvotpoio Duchenne
(DMD), 6mov a&lohoynnke emiong 1 e&dlentn dokipoocio Padiong, ot aobeveic
dévuoav Kotd péco 6po 369,5 pétpa, siyav péon toydmro Padiong 1,03m/s ot
6MWT a1 1,68m/s ota 10 pétpa avtiotoryo. Ty Topovceo HEAETN ot acbeveig
dtévucav Katd péco 6po oty e&dhentn fadion 442,25 pétpa, n todnto fadiong
Nrav 1,23m/s ko 1,30m/s ota 10 pétpo aviictoryo.

2uykpivovtog v taydTnTa BASIONS GTIC SOKILAGIES, 1| Ooio GOUE®VA e TOV
Patrizio kou tovg cvvepydteg tov (2021) givar 1oyvpdg deiktng yio Tnv TpdPreyn
™G vyeilog, @aivetor mwg ot acbevelg oty mpdTn pEALTN NTOV GE TOPOLOLN
Katdotoon vyelog e Toug acbevelg pe ) poikn dvotpogia. Qotdc0, ot acbeveig
pe DMD avéntoav peyardtepn toydtmra katd ) dokipacio 10 pétpov. Avtd
GLVEPN €MELON O1 EpeLVNTEG EMETPEY AV GE Oo0VS acBeveig pmopovoav, va TpEEovy
ta 10 pétpa oe avtiBeon pe t1g dAieg 600 €pevveg, Omov o acBevig Empene va
Badicel 660 Mo ypryopa pumopovoe kot Oyt va tpé€et Ta 10p. Ocmv agopd tovg
acbeveig g mapovoag HeAETng eaiveTal OTL NTaV 6€ KAAVTEPT KaTAoTOoT LYEing
kot and tovg aobeveic Tov Claeys kat and tovg acbeveic pe DMD. Kotoinyovue
GTO GLUTEPAGLO OVTO GLYKPIVOVTOG TNV TaVTNTO BAdIONG, AALAL KOl TOL GUVOALKE
PETPpO TOV O1EVVCAY KATA LEGO Opo oty e&dAhentn dokipacio, kabmng otny 6MWT
KAvikd onpovtikn Oeopeiton omoadnmote aArayn >30 pétpmv.

[Mapoéro mov o Claeys kat o1 cuvepydteg Tov dev ékavav KATOW GLOYETION
UETOED TV OOKIUOCI®V, 1) doKipacia Bdotong 10 pétpmv propei va ypnoypomombet
KAMvikd og acBeveic e vooo Pompe evilkng Hopeng mov pmopolv ov SlovuGouV
katd péso 6po 400 mepimov pétpa. H mapandve oyéon ypedletor va epevvndel
nepetaipm og acbevelg pe voso Pompe eviAikng popong, ot omoiot fpickovtal oe
TPOYOPNUEVN HVIKN advvopio Tov KAT® GKp®V, CUVETMG YEPOTEPT KAVIKN

KATAOTOON oo TOVS 06OEVEIG TNG TOPOVGOG LEAETNG.

13
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V. ZYMIIEPAXMATA

Oleg ot doxacieg Tov ypnoyoromdnkay otn mopovca LEAETN, amodeiydnkay
Kovol OelkTeg EKTIUNOMG TG AEITOLPYIKNG kavoTnTag o€ aoBevelg e voso Pompe
eviikng popenc. H 6MWT mapdin 1 onuovtikdtntd g, sivor 1doitepa
ypovoPopa Katl emimovn Yo acOeVEIC e VELPOUVIKEC OLGAEITOVPYIES TOV KAT®
drpov. ZUVET®MS, Lo SOKILOGIO T GUVTOUN KOl O EVKOAN OTNV EKTEAECN Y10

toug acbeveig Ba elye KhMvikn onuacia.

To xvprotepo gupnua ™g peAéng Mrav 0Tt N dokipacio fadiong 10 pérpav
eUPavice TNV LYNAGTEPT GuoYETIon amd OAeg TIC dokiuaocieg pe r=0,94, p<0,05.
Aoppdvovtag vrdyw v e£okovouncrn tov ¥poOvovu Kol TNV €VKOMO OTNV
extéheon g, M dokwoaocio Padong 10 pérpwv, oaiveror OtL pmopel va
ypnowonombel ¢ evaAroktiky] g eEdhentng Padiong oe acbeveic pe voco
Pompe eviiAikng popeng, mov Ppickovtal o€ TopdUole KAVIKY KATACTOCT LE TOVG
acBevelc g mapovoag HeEAETNG. Q0TOGO TEPETOp® €pevva 6€ acHeveic mov
Bpiokovior oe yepdtepn KAWIKN KOTAGTOOYN, GULVERTMOG TPOYOPMUEVN HLTKN

advVapio TOV KATO AKP®V ELVOL OTHLOVTIKY.
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