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MNEPIAHWH
dinTTIIOL - Oducoéa AnuodTiovAou: H emidpaacn evog TTPOYPAUUOTOC AOKNONG, TIOPAAANAO

pe Bepareia EVIUPIKAG LTTOKOTACTOONG, O€ 00BevEiC e vOoo Pompe

(Mg v emiAewn tov K. lwdavvn datovpou, AvamA. Kadnyntn)

H acBéveia Pompe e€ival pia omdévio OUTOCWHIKA  dloTOpaxX N  oToia
XOPOKTNPIZeTal amo TNV EAAEIPN TNG OZIVNC O-YAUKOOIOAONG, TIOU £XEl OOV OTIOTEAECHUO TN
OUCOWPELCN YAUKOYOGvou OTa Alcoowydtia. H  oyiun  popery NG  acBévelag
XOPAKTINPIZeTal amoé TIPOOJEUTIK]  OUCAEITOUPYIO TWV OKEAETIKWV KOl OVOTIVELCTIKWV
HUWV. Z€ OUVOLOCUO PE TNV TIPOCEOTO Tipotadeica BepaTteia eVvLMIKNCG LTIOKOTACTOONG,
éxouv TipoTaBEi BepaTieieq OTIWC N Sicita TTAODCIO 08 TIPWTEIVEC KAL N ACKNGON, TTAPOAO TIOU
Alya gival yvwaoTtd yia TNV aTtoTEAECUATIKOTNTO OTN QUOIKA KOTAoTaon twv agfevwv. O
OKOTIOC TNG TTapoUoaC EPYNCiag NTAV va JIEPEVLVICEL TNV ETIOPACN TNE ACGKNONG OTN HUIK)
olvaun Kal T cUoTaon Tou oWuaTog o€ Tievie (5) aaBeveic pe Pompe owiung évapéng, ol
oTtoiol ouppeteixav o€  Beparteio  ev(UUIKNAG LTIOKOTACTOONG. ‘OAol Ol  00BEevEiq
oKoAoUBnoav éva Tpoypaupua 20 eRdopddwv agPOPIKNC GOKNONG KOl OOKNOEWV E
OVTIOTACEIG, UTIO TNV €TiPAswn €dkoV. Tlpiv Kol PETA TNV TIPOTIOVNTIKN TIEPIOdO N
o00TaCTN TOU OWUATOC PETPNONKE pe TN PEBOOOC ATIOPPOPNCIOUETPIOG OITIAOEVEPYEIQKIC
O0E0UNC AKTIVGWV X EVW N ICOPETPIKI MUIKI dUVOUN UETPHONKE Pe Eva €IOIKO OUVOUOUETPO.
H AsIToupyikn IKOVOTNTO PETPHAONKE HE TN OOKIYACiO 6 AETITWV TEPTIATNHA. META TNV
TIPOTIOVNTIKA] TIEPIOdO TIOPATNPNONKE Mid OTOTIOTIKWG ONUOVTIK OUENCN OTn MUK
ouvaun (15-50% ota did@opa PEPN TOU cwuatog, p < 0.05) Kal oTnv OTOCTOCN TIOU
mepmdtnoav ota 6 Aemta (203.8+177 m Tipwv vs. 248.2+184 m petd, p< 0.01), evw n
OUVOAIKN PAla owpatog Kal N PAda Twv KATw GKpwv 0ev AAANAEE ONUOVTIKA. AUTA TO
OTTOTEAETUATA LTTOONAWVOULV OTI I ACKNGT €XEl VA BETIKO ATIOTEAECUO OTN MUIKR dUvaun
KOl TN AEITOLPYIKN IKAVOTNTA ot aoBeveic pe Pompe oyiung évapéng Tmou Aaupdavouv

Bepartteio eVCLUIKNC aTokatdoToonc.

NEEelg - KAed1a: 6&ivn a-yAukoaiddaor), doknan, MUIKR duvapn, o0CTAch TOU CWHATOC,

DXA
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ABSTRACT
Filippos - Odysseas Dimopoulos: Effects of aerobic and resistance training

on late-onset Pompe disease patients receaving enzyme replacement therapy

(Under the supervision ofloannis Fatouros, Associate Professor)

Pompe disease is a rare autosomal recessive disorder characterized by the
deficiency of acid a-glycosidase resulting in lysosomal accumulation of glycogen. The
late-onset disease form is characterized by progressive skeletal and respiratory muscle
dysfunction. In addition to the recently introduced enzyme replacement therapy (ERT),
treatments such as protein-enriched diet and exercise training have been proposed,
although little is known about their effectiveness on the physical condition of such patients.
The aim of the present study was to investigate the effect of exercise training on muscular
strength and body composition in five patients with late-onset Pompe disease receiving
ERT. All subjects followed a 20 week lasting program of supervised aerobic and
progressive resistance exercise training. Before and after the training period, body
composition was determined with dual X-ray absorptiometry and isometric muscular
strength was measured with a specialized load transducer. Functional capacity was
assessed using the 6-min shuttle walk test. A significant increase in muscular strength (15-
50% at various body parts, p<0.05) and 6-minute walking distance (203.8+177 m before
vs. 248.2+184 m after, p < 0.01) was observed after training, whereas total and lower
extremities lean body mass did not change significantly. These results suggest that exercise
training has a positive effect on muscular strength and functional capacity in patients on

ERT with late-onset Pompe disease.

Key - Words: acid a-glycosidase, muscular strength, exercise training, body composition,

DXA
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MPOAOIOX

H aoBévela Pompe, pia OTIAVIO QUTOCWUIKN dIATAPOXI N OToio XapaKTInpidetal
amd Vv EMePn NG O6&ivng a-yAUKOoIdAoONG KOl OUCCGWPEELCN YAUKOYOvVou OTd
AlCOCWUATIO, OTNV OYIUN Hop@n TNE XOPOKTNPIZETal Ao TTPOOSEVTIK] dUCAEITOLPYIO TWV
OKEAETIKWV KOl OVOTIVEUCTIKWY HPUWV. X€ OULVOLACUO HE TNV Bepareia  evUUIKNG
uTtokatdoTaong, €xouv Tipotadei Bepareieq Omwe n diarta TTACLCIN OE TIPWIEIVEC Kal N
aoknon. O OKOomo¢ tN¢ Topoloag €pyaciag ATav va JIEPEVVNOEl TNV ETOPACN NG
GOoKNong otn MUk oUvaun Kol T oUOoTAcn TOU CWHOTOC O 0O0Bevei( Ol OTToiol
ouppeteixav oe Bepartteia ev(UUIKNC LTTOKOTACTOONG PE OKOTIO TN BEATILON TNE TTOIOTNTOG
(NG TV &V AOYW A0BEVQV, UE OQPEAN KOIVWVIKA, ETTAYYEAUOTIKA KOl WUXOAOYIKA, OTOUG
idloug OAAG KOl OTO TTEPIBAAAOV TOUC.

MNa tv kabodrynon tng¢ Tmapolong dIATPIRrC KAl TNV NOIKR Kol TIPOKTIKA
UTTOOTAPIEN TIOU POU TIPOCEPEPE OE OAN TNV TIEPIODO TIOU XPEIACTNKE VIO TNV OAOKARPWOT
TOU METATITUXIOKOD UOU OAAG Kol TNG doTPIRNC, BEAW va €LXAPIOTACW Tov KUPIo lwdvvn
datovpo, AvamAnpwt Kadnyntr tou T.E.®.A.A. Tou A.IN.O. .

Oa nbela emiong va euxaploTow TNV Kupia Mavayiwta Mavid, AvamAnpwipid
Kabnyntpia ¢ latpikng ZxoAng touv EKIMA, mouv pe déxOnke oto Epyactrpido g pe
ayaTn Kol KOTavonaon Kal yio TN [orBeia Tou Pou TIPOoCEPEPE KOTA TN SIAPKEIN TOU
TIEIPOUATIKOV PEPOUCE TNE dIATPIPNC.

AKOpa Ba nBeAa va euXapIOTow Tov KLplo Mepdaoipo Tepdn, Emikoupo Kadnyntn
Tou T.E.®.A.A. Tou EKIA, yia Tnv Ponbela mou Pou Ttapeixe o€ OAN v SIAPKEIN TOU
TIEIPOUATIKOU HEPOUC OAAA KAl TNG BewPNTIKNC EVNUEPWONG Hou, KOBWC Kal yio TNV
ETIEEEPYNOIN TWV ATIOTEAEGUATWVY.

TéNOG, euXapIoTw Tov latpd KUpIo Mewpylo MaTTadOTIOLAO YO TNV GUVEPYOCIO UaG
OTO TIEIPAPOTIKO HEPOC YIO TNV XOPMynon Tou @ApPUAKOU KAl TNV GUUPOAN TOL OTNV
ouyypo@r TN¢ Onuocicuong oTto OJIEBVEC ETIICTNUOVIKO TIEPIODIKO, TOUC Kupioug T .
Mamadnuntpiov, K. Zmévido Kot Z. KaBoupa yia tnv TTOAUTIUN CUPBOAR ToUg, 6GAOULG TOUC
agBevei¢ yio TNV Ayoyn ouvepyaoia Toug, TOV adEA@PO Hou Ap. AAEEOVOPO ANUOTIOLAO
(HAEKTPOAOYO MnNXaVIKO & Mn)aviko YTIOAOYIOTWVY) TIOU XwpIg TIG yVWOEIG Tou dgv Ba
gixe 10 MoOVNUA Autd TNV TApolCa PopPEr Kol Tov dACKAAG pou ZT0po ABOVACOTIOUAO,
Kabnynt tou T.E.®.A.A. Tou EKIIA, Tou 0€ OAA TO XPOVIO TNG TIPOTITUXIOKAC Kal

METATITUXIOKNC HOU EKTIOIOELONG UE EVETTVELCE KAl NTOV TIAVTA OITTAQ oL g€ KABE BUCGKOAN

OTIyun dou.
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Mivakag 1.
Mivakag 2.
Mivakog 3.

Mivokaog 4.

Mivakoc 5.

KATAANOIOZ MNINAKQN

TOTIO TWV YAUKOYOVIACEWV

XOopOoKINPIOTIKA TwVv ac0evwv aTnv Evapen TNG HEAETNG.............
O1 YETARBANTEC TOU TIPOYPAUHUOTOC AOKNGNG. evvveeeerennrreeeeesinrreeaaaans

Muikry dUvaun TPV KOl MPETA  OTI60  TIPOYPOUMO  MUTKNC
gvduvapwaong Kol agpoflag daoknong 20 eBoouddwv oe 5
agBeveic pe Pompe oyipng évapéng mou AdpPavav Bepartteia
ev{UUIKNG attokatdotaong (Myozyme), KaBe 14 pEpeC KATA TNV
TIPOTIOVNTIKI  TIEPiINd0. Ol  AETITOPEPEIEC TIOU  APOPOLV  TO
TIPWTOKOAO AoKnaong Teptypdgovtal ot MebodoAoyia ...........

MetaBoAéc otn oU0oTaon OWPOTOC TPV KOl PETA  arod
TIPOTIOVNTIKO TIPOYPOUUO  MUIKNC €VOLVAUWONG KOl agpoflag
aoknaong dlapkelag 20 eBdouddwyv oe aobeveiq e Pompe oWipng
&vapéng Tmou AduBavav Beparteio eVCUUIKNC OTIOKATACTACNG
(Myozyme) k@Be 14 pépe¢ KATA TNV TIPOTIOVNTIKA
TIEPindo
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xnua 1.

ZxNua 2.

Zxnua 3.

Zxnua 4.

Zxnua 5.

Zxnua 6.

Zxnua 7.

ZxnNua 8.

KATANOIO> >XHMATQN

Aopr]  yAukoyovou.  ATIOTEAEiTOl  amd  popla  YAUKOING
ouvdedepéva Pe a(1-4) YALKOJITIKOUC OECHOUC KOl SIOKAODWOEIC
KGBe 8 1 12 popla yaukodng pe a(l-6) yAukoditikoOg deapoUlq.
To &VOpPKTNPIO HOPIO TIAVW OTO OTIoI0 Eival OLUVOEDEUEVO TO
TIPWTO HPOPIO YAUKOING TOU YAUKOYOVOU WE TO LOPOEUAIO MIOG
TUPOGIVNG, €ival Pla TIOAUTIETTTIOIKY) OAUGIdA, N YALKOYyoviv.......

O porog NG Qwoeatdong ¢ 6-wo@o-yAukolng otnv
BloolvBeon Kal ATIOIKOOOUNGCN TOU YAUKOYOVOU KOl OTnv
OTIOIKOOOUNGT KAl BI0o0VOEONC TNG YAUKOLNG. oo vvveeeneveeeeeeaeeeeen

O polo¢ tNC Ttpavo-yAukoluAdong. Otav peivouv 4 popla
YAUKOING otV aALCIda, OTAPOTA N QWGCEOPUAACT] VA ATIOCTIA
okpaia popla yaukolng. Tote n tpavayAukoluAdon (glycogen
debranching enzyme) peta@épel ta 3 amo ta 4 popia YAUKOING
OTO TEAOG Hiag GAANG aAuaidag Tou YAUKOYOVOU, VIO VO GUVEXIOEL
N @WOEOPUAGCH VA ATIOCTIO PWGC@EOPOAVTIKA aKpaia Hopla
VAUKOINC. To éva poplo YAUKOING, amod Ta TECOEPA, TIOU EXEI
aropeivel otnv  aAugida Tou yAUKoyovou Kal €xel a(l-6)
YAUKOQITIKO de0p0, udpoAUEeTal amd pia a(1-6) yAukoaoidaor....

Pompe, maBoAoyoavatopog amd 1o Apotepviau (1901-1945),
TIOU TIPWTOCG TIEPIEYPAWE TN VOGO..uvieieiiiieieeeesitieeeeeesiteeeeeeessrnneeeeas

H armmoikodounon twv Amapwv oééwv (B-o&eidwan) aroTeAe pia
KUKAIKI TIOpEia, OTIOU 0€ KABE KUKAO QTIOCTIWVIOL 2 HOpla
AavOpaKa HE HOP@N AKETUAO-oLVEVIUPOU A (OKETLAO-COA) Kal
OTIEAEVOEPWVETAl EVEPYEID HE HOPQN OVAYWYIKNC OUVauNg,
ONAadI) NADH Kot FADH:z.......ccciiiiiieie e

ZKEAETIKOI pUEC ka1 Odlodlkagio TG evepyoroinong Twv
Aour)  COPKOMEPIdIOU. ZXNUOTIKA KAl OE  HIKPOOKOTIIO

Omnwc €ival yvwato, n puBduion piag PETOBOAIKAG TTopEiag yivetal
ylo AOyoug OIKOVOoHiog ouvnBwg ota apxiKa otadia tng O6Ang
Topeiag. H puBuion emopévwg ¢ Plooliveeong Twv TIPWTEVEV
OTO ETTEDO TNC METAYPO@NC OTIOTEAEl BACIKO onueio eAgéyxou,
o0edopévou OTI N dladikaacia 1000 TN¢ PBloolvBeong RNA 600 Kail
TIPWTEVGOV Eival dATIOVNP!N VIO TO KUTTOPO. ..eeveeeieeeeiireeeieeesneeeans
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Zxnua 9.

ZxNua 10.

xnua 11.

Ixnua 12.

X. iry/
EEOTOUIKELUEVEQ aMay%c oTn MUIKA duvapn €Ktaong loxiov o€ 5
aoBeveic ye Pompe oung évapéng mou €xouv AdPel Beparteia
ev(UUIKNG vTokaTtdoTtaong (Myozyme) Tiplv Kol HETA amo
OOKNGT 20 EBOOMADUIV. .. .uuvireeeeriiiieeeeeitrreeeesstraeeeessrrreeeeessrrneeeeanns

E&atopikevpévn amodoon otn dokiyogia Badiopatog 6 AETTGV
oe 5 aogBeveic ye Pompe oYiung évapéng mou éxaBav Beparteia
ev(UUIKNG aTmokatdotacng (Myozyme), TIpiv KOl HETA  armod
TIPOTIOVNTIKN TIEPIODO 20 ERDIOUADWV. .....evvveeeeeirrieeeeeeiireeeeeeiieeeas

JUOXETION HETAED TNC OPACTIKOTNTAC TNG 6&IVvNG a-YAUKOCIdAONC
Kal NG AMmNg padag KAtw akpwv o 5 aogbeveic pe Pompe
opung  évapéng Tou  AduPavav  Bepareia eVIUMIKNAG
artokatdotacn¢ (Myozyme) otnv apxr TnN¢ TIPOTIOVNTIKIC
TIEPIOOOU 20 EROOPUBAOMIV. ..eeneiieeiiiiiieeiieeeaeteeeeeteeeeseieeeeneeeenneeeesneeeans

JUOXETION METAED MUIKNC OUVOUNG OTNV €KTOCT IOXiou Kol g
dokipooiag Badiopyatog 6 Aemtwv TPV (a) Kol pETa (B) amd
TIPOTIOVNTIKO TIPOYpPapua 20 eBdouddwv o€ 5 acbeveic ye Pompe
oyung  €vap&ng Tou  AduPavav  Bgpareioc  eVCLMPIKAG
OTTOKOTAGTOONG (MYOZYIME)...oiiiiiiiiiiee ettt
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KATANAOIOZ ZYNTOMOIPA®IQON KAI ZYMBOAQN

BMD Bone Mineral Density, OoXIKN TIUKVOTNTA

€.2066-2070dup MeTtaAAa&n tng vooou tov Pompe

DOMS Delayed Onset Muscle Soreness, KaBuotepnuévn MUIK
OKANPOTNTa

DXA Dual X-ray Absorbtiometry, M£B0d0¢ aTTOPPOPNTIOUETPIOC
OITTAOEVEPYEIOKIC OECUNG AKTIVWV X

ERT Enzyme Replacement Therapy, ©gparieia ev{UUIKNG
UTTOKATACTACNC

GAA Acid a-Glucosidase, O&vn a-yAukoaolddon

925GNA (GlyC309Arg)  MetdAAaén Tng vooou tou Pompe

GSD Il Mukoyoviaon tomou Il

IVS1-13 TNG MEeTAANQEN NG vooou Tou Pompe,

LBM Lean Body Mass, AMITN pada cwUOTog

6MWT 6-Min shuttle Walk Test, 6-AeTttn dOKIYHAGIO TIEPTIATAUOTOC
17925.2-g25.3 ovidlo tou Xpwuocwpatog 17
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H EMIAPAZH ENOZ NMPOIMPAMMATOZ A KHZHX
NMAPAAAHAA ME ©EPATIEIA ENZYMIKHZ YTTOKATAZTAZHZ

>E AZOENEIZ ME NO>XO POMPE

H vooo¢ Pompe 1 yAukoyoviaon tomou Il (GSD Il) 1 avemdapkela o-
YAUKOOIOAONC N QVETIAPKEID O&IvnG HOATAONC, €ival KANPOVOUIKG peTafiBalouevn
Ol0TOPOXN TOU WETOBOAMOUOU TOU YAUKOYOvou. O@eiletal atnv EAAEIPN N OVETIAPKEID TNG
0&Ivng 0-yAUKOOIdAONC, €vOC ALCOCWHATIOKOU ev{OPoL TIou o€ 6&ivo pH KataAvel TNV
LOpPOALCON TwV a(1-4) Kal a(1-6) YAUKOGISIKWY OECHWY TOU YAUKOYOvou. H diatapaxr auvth
EXEl OOV OTIOTEAECUA TNV OUCGOWPELCN YAUKOYOVOU OTOUG I0TOUGC TWV TIOOXOVIWY

(Hagemans, 2006).

Avdloya pe v NAIKia évapéng, TNV €KTaon TIPOCGPROANRG I0TWV ] 0pyAvVWVY KAl TNV

TIopEia TN¢ vOoou JIaKPIVOVTOL Ol OKOAOUBEC KAIVIKEG HOPPEC :

0) Bpe@ikog T0TT0C
1) KAaolkny pop@r;: EKONAWVETOL €VIOG TWV TIPWIWV PNVwv NG (wng HE
KOpPOIoPEYOAia, LTToTOVia, HUIKA oaduvayia, PHOKPOoyAwoaoia Kal nratopeyoiia. H
TIopEia €ival TaXEWC TIPOOJEVTIKN KOl 0 BAVATOC ETTEPXETAI EVIOC TOU TIPWTOU £TOUG
g {wnc.
2) Mn KAQGIKA pHop®n: EKONAWVETOI EVTOC TWV TIPWTWVY 6 unvav ¢ {wng Ye YUIKA
aduvapio Xwpi¢ kapdlopeyoaAia. Ol TIEPICTOTEPOL OGBEVEIC ETTIRIVOLY KAl PETA TO
OeUTEPO £T0C TNG (WNAC.

B) MadIKOC 1] VEAVIKOC TUTTOC
ApxiCel petd 10 20 €10¢ NG {WNG WE TIPOCPBOAN TWV OKEAETIKWV HUWV XWPIC,
ouvnBwe, KapdIlopEyaAia.

y) TOTo¢ evnAikwv
‘Evapén petagd 2n¢ kot 6n¢ l10etiog TG {WNC PE KEVIPOMEAIK aduvagia 1 HE
OVOTIVEUCTIKI] QVETIOPKEID TIOU OTO TPITO TWV TIEPITTITWOEWY OTIOTEAEl TNV

EVOPKTIPIa cupTITwatoAoyia (Kishnani et al., 2006).
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2N BPEQIKN, VYEVIKELPEVN HOPEN TNG VOOOU, GCUOCWPEUAN  YAUKOYOVOU
TIOPOTNPEITOI OTOUC OKEAETIKOUG PUEC, TO MUOKAPDIO, TO NTTAp, TIG ALiEC MUIKEC iVEC KOl O€
MIKPOTEPO PaBUO ae AAAOULC I0TOUC. TN HOPPN TWV EVNAIKWY Il CUCGWPELCT YAUKOYOVOU
TIEPIOPIETAl OTOUC OKEAETIKOUC HUEC. H KAIVIKN €lKOva TiepIAaPPBAavel €upld @ACHO
@AIVOTUTIWV HE KOIVO XOPOKINPIOTIKO TNV TIOIKIANG Bapltntag MUOTIABEI aANG  pe
Ol0@POPEC TIOU POPOLV TNV NAIKIO €vapeng, TNV EKTACN TIPOCGROANC I0TWV 1| 0pydvwy, TNV
TTopeia Kal TNV €KPBaacn ¢ vooou.

210 éva GKPO TOU (QACHOTOC PPICKETOlI 0 KAOCIKOG PPEPIKOC TUTIOC TNG VOOOUL HE
UTTOTOViO, KOPJIOUEYAAia, nrtatopeyaAia Touv odnyei oto BAvato TpIv amod 10 2° £10¢ NG
NAIKiaC Adyw KOPOIOOVATIVEUCTIKAG OVETIAPKEIOG KOl OTO GAANO  OKPO  Bpadéwc
TIPOOOEVTIKEC PUOTIABEIEG PE EvapEén METAEL 2n¢ Kot 6n¢ 10¢Tiag TNG {wn¢. METAgL Twv 600
OKPWV UTIGPXOUV OHAdEC OCBOEVWV ETEPOYEVEIC wC¢ TIPO¢ TNV NAIKIO €vap&ng Tou
dloKpivovTal w¢ TIAIBIKA KAl VEAVIKI HOp®N ] MUIKOG TOTIOC TNE VOCOOU. XTIC HOPPEC OUTEG
TIPOEEAPXEL N TIPOCGPROAN TWV OKEAETIKWV PUWV, OUVNBWC OEV CUPMETEXEI TO HUOKAPDIO EVW
N TPOCROAN TWV AVOTIVEUCTIKWV HUWV TIOU GUXVAE KUPIOPXED OTNV KAIVIKI] €IKOva odnyei
oT0 Odvato cuvnBwC oo AVATIVELCTIKY aveTtapkela (Kishnani et al., 2006 ).

H cuxvotnta ¢ vOoou TIOIKIAEL PETOED dla@opwy €BVIKOTATWY amo 1/20.000 -
1/300.000. H KAwvIK Odldyvwon o@eidel va emIBePaiwbeil  pe v pETpnon g
dpaotnpIoTnTag Tou ev{UUOL OE KOAAIEPYEIEC IVOBANCTWV ] GTO Pu. YTIELBUVO yovidio
EVTOTTI(ETAI OTO TEAIKO AKPO TOU PAKPOU OKEAOUG TOL XpwHoowpatog 17(17 g25.2-g25.3)
Kal PEXPL anuepa €xouv avadelxBei Teploadtepeg amo 150 petaAAaéelc (Kishnani et al.

2006; Merk, Wibmer, Schumann & Kruger, 2009).

H BeparteuTIKN) QVTIMETWTIION TNG OGOEVEING AUTHC YivVETal PE dIAPOPOLC TPOTIOUC:
0)YTIOOTNPIKTIKI) OEPATIEi AVATIVEUGTIKWY KOl  KOPOIOAOYIKWV  TIPORANUATWY
(Bembi, Cerini & Danesino, 2008).

B) Aiaita vPnAn og TTpWTEivEG ) Kal TTAOLCIA 0€ apIvo&Ea TTAayiag aAbgou (Bembi
et al., 2008).

y) @epareia ev{uuikng vrokatdotaong (Katzin & Amato, 2008; Schoser, Hill &
Raben, 2008). X10X0¢ NG BepaTteiag auvtig ival n d16pbwan ¢ YETABOAIKNC
dlatapaxng mou CAUEPO Eival EQIKTN PE TNV XOPNyNon 0-yAUKOGIdAGNC TIOU
TIOPOOKEVALETOl HE OUYXPOVEC TEXVOAOYIKEC MeBOdOUC. H  aToteAeo-
MOTIKOTNTA TNG BEPATIEIOG LTIOKATACTOCONG OTN BPEPIKY HOPQI TN VOCGOU EXEL

EVOOPPUVTIKA OTIOTEAECUATO .

Institutional Repository - Library & Information Centre - University of Thessaly
11/05/2024 23:03:50 EEST - 3.144.1.58



0) Aoknon (Case & Kishnani, 2006; Kishnani et al., 2006). Mapotl dgv
UTTAPXOULV CUYKEKPIPEVEG 0dNYieg yia TN Olaxeipion g Pompe  oTov TOpEQ
TNC AOKNONG, WOTOCO0 LTIAPXEL YIO TACT VA XPNCIKOTIoIoUVTal agPOIol TUTTOL
OOKNOEWV HE UTIOMEYIOTN €viaon. AUTO @aivetal va PonBdel Tn HUIKN
AEITOLPYia, PEIWVOVTOC TIAPAANAC TO TTOGO TOU OTIOONKELUEVOL YAUKOYOVOU
OTOUG MOEC.
ATIO TO TIOPATIOVW BAETIOLUE OTI TIOPOAUEVOUV OKOUO E€PWTNUATIKA 600V a@opd
TNV €Midpaacn Tn¢ CUVTOVICPEVNC BepaTieiag n oroia TepIAAPBAVEL AoKnan, €10IKN diaita

Kal Bgparteia ev{LUIKIC LTIOKOTACTOONG.

ZKOTIOC TNC EPELVOG

ZKOTIOC TNC £PELVAC QUTAC MTAV Va JIEPELVNOEI KATA TI000 0 GUVOLACHOG BICKNANC,
diaitag kal evUPIKAG LTIOKOTACTOCNCG EXEl BETIKA ATIOTEAEGUATO OTNV €EEAIEN TNG VOOOU
Pompe. ZUyKeKpIPEVa PEAETNONKOV TO ATIOTEAEGHATO TIOU Ba €iXe N TTapEUBOCN auTh 0N

MUTKN d0vaun Twv aobevwv, oTnv agpofia IKavOTNTA Toug KaBmE Kal atn BAdion Touc.

Znuaacia tng épsuvag

H onuacia twv amoTteAeCUdTwyY EyKeltal oTn BeATiwan tTng olotnTag {wnig Twv gv
AOYyw aoBevav, KaBw¢ Tbavr) PeATiwon ¢ QULOIKAG KatdoTaong Twv acbevwv, Ba
ETUPEPEI TAUTOXPOVA TIOAAG OQEAN. Ta 0PEAN aAUTA Ba Eival KOIVWVIKA, ETTAYYEAUATIKA KOl
PUXOAOYIKG GTOUC idI0UC OAAG Kal OTO TIEPIBAANOV TOUG, KABWC Ol aagBeveic autoi Aoyw
NG TIEPIOPICHEVNC KIVNTIKOTNTAG TOUC OTIEXOUV aTIO OIAPOPEC EKPAVOEIC TNE KOIVWVIKIC
{wN¢ OTwC n epyaaia, n Pouxoywyia K.a.

Me Tnv TIEPIOPICHEV TOUC AUTH) KIVNTIKOTNTO Ol AoBEVEIC HEVOUV ATTIOKOUUEVOI aTIO
TO KOIVWVIKO GUVOAO WE OTIOTEAECUO N YUXOAOYIKI TOUC KOTAOTAGN VO Eival KOK.
AKOPO, AOyw TNG PN €pyociog TO ATOPA OUTA OUXVA  QVTIMETWTIICOUV  OIKOVOUIKA
TIpoBARaTta.

EKTOC Opw¢ oTo TouC idloug Ta TIPOoRANUATa auTd Bapaivouy EUUECO Kal TO GUECO
OIKOYEVEIOKO TOUC TIEPIBAAAOV TO OTIOIO UTTOPEl va XPEIAETal VA TOLG OTNPIZEl OIKOVOUIKA,

WUXOAOYIKA ] OKOPO KAl TIPOKTIKA 3on6wvTag Toug 0€ KABNUEPIVEG PETAKIVIAOEIG.

AlaTOTIWON TWV UTTOBECEWVY TNG EPELVAC
H epapuoyr evog ipoypdupatog Aoknong cuvOLACUEVO HE DIAITNTIKN TIapEUBaon

vPnAR og TPOCANWN TIPWTEIVWV 0€ 00BEVEIC Ol OTToIoI UTTIOKEIVTAL o€ BeparTteiar EVUUIKNG
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uTIOKATACTACNC Ba PBEATICOOEL TN MUIKA amoOd00n ¢ OTMOpPOId TWV ACKACEWV HUIKAG
gevouvapwone. H agpofia avioxr 6o BeAtiwdel Kol auty Pe T CeEIpd NG KaBwWE ol
000Beveig Ba e€aokolvTal 0T0 OTATIKO TtodNnAato. Emiong, Ba BeAtiwOei kal n KivnTIKOTNTA

TWV 00OEVWV.

Meploplouoi Kal OPIOBETHOEIC TNC EPELVAC

O PBaoIKOTEPOC TIEPIOPIOUOC TNC EPELVOC Eival TO Yeyovog OTI Ol TPEIC KOPIOl
Ttapdyovteg TapePPacng, onAadr n doknaon, n dlaTPoEr Kol n ev{UUIKN) LTIOKATACTACoT Ba
XPNOIUOTIOIOUVTOI TOUTOXPOVA, HE OTIOTEAECHO TA OTIOIO ATIOTEAECUOTA, VO Un YVwPIi{ouuE
€AV gival TIPoIdV TOL €VOC I TOU GAAOU TTAPAYOVTO AlYOTEPO 1] TIEPICTOTEPO.

BéBaia, Tto yeyovog OTI Ol 0aoBevei¢ autoi LTIOKEIVTOI ot BegpaTteia eV(UMIKNG
UTTOKOTACTOONG TIPIV aTd TNV €Vapen NG YEAETNG, BonOdel oto va LTIAPEEL KATTOIOL €idoug
opdda eréyxou. H opada eléyxou Ba eival n idla opdda acBevwv Tpiv eviaxbolv GTo
TIPOYPOUO Aoknong kai olatpo@nc. ‘Etol, Ba umdpéel oUykpion oTn PeAtiwon Tou
TIPOKOAEL N €VUUIKI UTIOKOTAOTOCN MOVN TNG KOl 0 GLVOUACUO HE TO TIPOYPOMUA
TapEupaonc.

‘Evag de0TEPOC TIEPIOPICUOG TNG EPELVOC Eival 0 UIKPOC apIBUOC SoKIJOoPEVLV.
TN OULYKEKPIPEVN PERaia vooo, AOyw TNC OTOVIOTNTAC TG, €ival OUCOKOAO va

OUYKEVTPWOEI peyaioc apiBudg acbevav.

Opliopoi

e Ogparteia ev{uUIKNG vTtokatdotaong (ERT, enzyme replacement therapy): H Bgparteia
KOTA TNV oTtoia yivetal €kxuan tou ev{UUoUL a-yAUKOOIdACN OTOUC aaBEeVEIC.

e KevtpoueAlkr] aduvayia: H aduvapia mou €xel éva ATOUO va XPNOIUOTIOIGEl OWOTA
TOUG PUEC TIEPI TNV AEKAVN.

e AgpOfiol TOTIOI OOKNOEWY PE LTIOUEYIOTN évtaon: E1l agpoflog oKnaon KATtd TNV oToia
TO ATOPO OV KATARAAEL TN PEYIOTN dUVAUN TIoU OIOOETEL

e Muikn d0vaun twv acgBevav: H PEyioTn avTioToon TIoU UTIOPoUV VA UTIEPVIKI|COUV Ol
MUEC TWV aoBeV®V.

e KivnukoTNTa TV aoBeviv: H IKavoTtnta ¢ owaoTtng Kal afiaotng Kivnong oto XWpo.

e Métpnon olotoong cwuotoC: H TocooTiaia pétpnon MUIKAG padag, Aimoug Kail

0O0TIKNG padog.
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e AEITOLPYIKA KOVOTNTA: H IKavOTNTa ouvduacopoU TNG MUIKAG d0vaung Kal g
KOPJAIOAVOTIVEUCTIKAG OVTOXNG VIO TNV ETITELEN GUVOETWY KIVIOEWVY TIou 3onBolv oTnv
KaBnuepvotnta.

e Méyiotn I100PETPIKN dUvaun: H peyiotn avtiotaon tnv omoia 0 Pu¢ MTOPEl va
KpaTrael otabepr] yia éva dIACTNO.

e '0O&ivn a-yAuvkoaiddaon (acid a-glucosidase): AvCOCWMOTIOKO €v{UPO TIou o€ O6&Ivo pH
KOTOADEL TNV bdPOALaN Twv a(1-4) kal a(1-6) YAUKOGISIKWY SECU®VY TOU YAUKOYOVOU.

e 6-Aemtin dokiyaoia mepmatiuotog (6MWT, 6-min shuttle walk test): H dokigyagia otnv
OTIoior LTTORBAAAOVTOI Ol O0BEVEIC WOTE va HPETPNOEI N AEITOLPYIKN TOUC IKOVOTNTO,
METPWVTAC TNV amdataacn Tou dlav0ouV o€ 6 AETITA TIEPTIATNUA.

e OoTtikn Ttukvotnta (BMD, bone mineral density): H Toootnta 100V avopyovwy aAATwY
ova PovAada ETTIPAVEING TOL 0CTOU.

e MEB0JOC aTIOPPOPNCIOPETPIOC DITIAOEVEPYEIOKIC dEaUNG akTivwv X (DXA, dual X-ray
absorbtiometry): M£EB0d0¢ UTTOAOYIOHOU TNG TIEPIEKTIKOTNTOC TOU OCTOU OF€ PETOAAIKA
OTOIXEiO, KOl €UUECA KOl TNG OOCTIKAG TILKVOTNTAC, KOl TNG avaolvOeong Kal tng
TIUKVOTNTAC KAOe €€eTAlOUEVNC TIEPIOXNG EEXWPIOTA. XPNOIUOTIOIED TNy AKTIVOV X,
OTIOPOVWVOVTAG 000 OE0UEC amd TO OULVEXEC @ACUA OKTIVOBOAiag pe T Ponbela
EIOIKWV QIATPWV EEa0@aAI{ovTag oTABEPOTNTA EKTIOUTING OKTIVOPBOAIOC OE OxEan WE TO
XPOvo.

e AN pala ocwpatog (LMB, lean body mass): H moocootiaia pétpnon Huikng padac.
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Il. ANAZKOIMHZH BIBAIOITPADIAZ

MAUKOYOVIACEIC
Eival KANpoVOouUIKES dlaTapaxEC TOL PETARBOAIGHOU TOL YAUKOYOVOUL (Zxnua 1) Katd

TIG OTIOIEC YIVETAI QUENPEVN EVATIOBEDT (PUGIOAOYIKNC 1 PN O0UNAG YAUKOYOVOU €VTOC TOU

deocuOC 1-4

Zxnua 1. Aopr] YAUKOyovou. ATIOTEAEITAI OTO POpPIO YAUKOING ouvdedepéva e a(l-4)
YAUKOQITIKOUC 0€0UOUC KOl JIOKAOOWOEIG KABE 8 1 12 popla yAukoldng e o(l-
6) YAUKOQITIKOUC OgopolG. To €EVOPKIAPIO HOPIO TIGVW OTO OTIoio  €ival
OUVOEDEPEVO TO TIPWTO HOPIO YAUKOLNG TOU YAUKOYOVOU ME TO LOPOEVAIO HIaG
TUPOGIVNG, €ival PIO TIOALTIETTTIOIKI AAUGIOA, N YAUKOyovivn.
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kuttdpou (Doeneck, Koolman, Fuchs & Gerok, 2005). YTapxouv 2 KOTNYOPIEG ToU
oxetiCovtal Pe TO Opyovo OTO OTIOI0 yivetal n oavénuévn evamobeon YAUKOyOvou.
MpoKeITal yia TIG NTTOTIKEG KAl PHUTKEC YAUKOYOVIAOEIC.

To Amap, OMw¢ €ival yvwoTo, TEPIEXEI YAUKOYOVO TO OTIOI0 XPNOCIYEVEL yia va
dlatnpeital aTabepr) T GUYKEVIPWAN YAUKO(NG OTO dipa. Katd GuveTTEla KUPIO GUUTITWHO
TWV NTTATIKWV YAUKOYOVIACEWVY €ival n uTtoyAukaidio. Kal 0 PuUikog 1I0TOG €XEl MIKPA TIOCG
YAUKOYOVOU yiO TNV TIAPOYWYI EVEPYEIOG YIO TN MUIKI OUCTOAN. Katd CULVETEID KUPIO
GUUTITWUA TWV PUTKWV YAUKOYOVIACEWVY €ival N PEIWUEVN IKAVOTNTA GUCTOANG TWV HUMV.

EKTOC amo TIC 000 QUTEC KOTNYOPIieC, UTIAPYXOLV KOl GAAEC KOTNYOPIEC ToU
KaTOTAoCOoVTal avaAloya Pe TNV ev{UUIKN BAABN Kal Ta cuuTtouata. H apibunor toug
(Dorlands-Medical-Dictionary, 2009) €xel yivel avaloya UE TN OEIPA TTOU AVAKOADPONKOV
(Mivakag 1). OAol o1 TUTIol TNG A0BEVEING KANPOVOUOUVTAl UE OUTOCWHIKO UTIOAEITIOUEVO
TpOTIO0, ME €€aipean tov TUTO VI. Ol ouXVOTEPOL TUTIOI TNG OCBEVEIOG TWV NTTOTIKWY
yAUKoyovIaaewv €ivail n tomov | kat tottov I Kal Twv PUikev yAukoyovidoewy n ToTou |l
Kal V.

Mivakag 1. TOTTol TwV YAUKOYOVIACEWVY

2 a i
Z g% e?
Ev{uuikni . 5 S .
ApIBLOC BAGRN Ovopa - - 2 LUTITPATA
P © Q-
w K
ouvedon i i
- + -
GSD type 0 VAUKOYOVOU - MNePIOTOOIOKEG KPAUTIEG
Qwaogatdaon 6- von 1 ot A . . z .
GSD type | PWOPO- Gierke's 50.000- + + + VETLAPKEIQ QVATITUENG, YAAAKTIKN
YAUKOING disease 100.000 O&€wan, LTLEPOLPIXAIKA
, . | og _— . . .
Gsovpeit S0 TS oo o M e bt
¥ d 140.000 P
Con's
TPOvVOo- disease or 1 ot ,
GSD t 11 + o+ o+
SD type yAukoluAdon Forbes'  100.000 Muorta®eia
disease
GSD type IV 5IGK')\O(6(1)TIK0 An.dersen e H amotuxia va avattuxtei, 6avato
g€vlupuo disease
yp YAUKOY disease  100.000 = = pap opvoAvan,
(M0EQ) NEe@PIKA aVeETIApPKEIX
Dwo@opuAdon Hers' 1 og
GSD type VI tou yAukoyovou disease 65.000- + + -
(ATtap) 85.000
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8
s 8
8 AV oA
. 8
EvIuuIKn , '% X £ 9 .
. . Ovopa a ZUMTITHATA
ApIBYIGG BAGBn - N HreToy
P 0 |
= X >|=
Dwgo- i Kpgunes Katd TI’]'V ac;non, (Xél})\VC(IJI('X,
GSD typeVIl  @pouktokvéon ‘ KaBuaTtépnaon avomn') NG, OUOAUTIKN
) disease avaigia
(M0EC)
UETOQOPENC Fanconi-
GSD type Xl YAUKOZNC Bickel + o+
(GLUT2) syndrome
Red cell
. Idol
GSD type XIl  oAdoAdon A a d(;f?_se ? 0?2 ? Avoaveéia oTnv AoKnan, KPAUTIEG
ciency

Avcaveéia atnv Aoknon, KPAUTEC,
5 . . .
GSD type B-evohéon i ? 9 7 (qunor! Mg évtaong g p'ua)\yllsc yia
X1 OEKOETIEC, YN PUOIOAOYIKEC TIHEG CK

"Aukoyovioon torou 1

2INV TEPITIIWON OuT  UTIApXel BAABn oto éviupo  Qwaoeatdon TG 6-
QPWOPOYAUKOING (ZXNHa 2), TTOU UTIAPXEL OTN HEUPBPAVN TOU EVOOTIAQCUATIKOU SIKTUOUL. To
€V(UPO OUTO OEV CUMPUETEXEl AUECO OTO HETABOAICHO TOU YAUKOYOVOU OAAG KOTOAUEL TO
TEAELTOIO OTAJIO TOU GXNUATICHOU TNG YAUKOING MECW TNC YAUKOYOVOAUTIKIC TTOpEiag 1
TOUL TIPWTOU TN TTOPEIag TN YAUKOYOVOYEVEDNG.

‘Etol, pe avemdpkela autol Tou ev{UPOU  yivetal ouoowpeucon NG 6-
QPWO@POYAUKOING OTO KUTTAPO HE OTIOTEAECHO VO EVEPYOTIOIEITAI GLVEXWC N oUVBECH TOU
YAUKOyOvou. KaT autov Tov TPOTIO TTapOTNPEITal aunuévn  eVvaTtOoBean YAUKOYOVOU KOl
Bapid uvToyAuKaldio, O@OL  TIOPEUTIOdI(ETAl 0 OXNUATIOMOC YAUKOING MECW NG
YAUKOYOVOAUTIKIC TTOpEiac.

H 6-0wo@oyAuKO(n OTIOIKOOOMEITAl PECW TNG YAUKOAUTIKAC TIOPEiag Tpog
TIUPOCTOQPUAIKO KOl YOAQKTIKO 00 ME ATIOTEAECHA T ALENUEVA ETTITTEDN YOAAKTIKOU 0&E0C
VO TIPOKOAOUV YOAOKTIKI] 0&Ewan. ATIOTEAECUO TNG AUENUEVNC YAUKOALONG E€ival Kal
auénuéva ool aKETUAO-oLVEVIOUOU A KOl YAUKEPO-QWOPOPIKOU 0E0C, TIOU OTIOTEAOLV
TIPOJPOUEC EVATEIC YIa TN BloolvOean TPIYAUKEPIDIWVY Kol XOANGTEPOANC.

MNa 10 A0yo auTo TIPOKOAEITAl KAl LTIEPAITTIIOOIUIO. Ta KAIVIKA CUPTITWUATA ival

NTtatoueyaAia, Bapid TIAYKPEATITION Kol TIPWTEIVOouUpIa.
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FAYKOTONOTrENEZH

Pi yAukodn
ewogatdan\v”
6-wapo-yAukolng
6-(pu)0(p9y)\UKéZn
l
A-@wo@oyAukoln

0UPIBLAO-BIPWTPO-YAUKOLN

(Glc)n~k "UDP'
yAUKOYOVO
(GlcL
AYKOTONOAY2ZH

OZEIAQ>H
NPOx
AKETYAO-O0A
14ATP

BIOZYNOEZH YAUKOZN O=EIAQZH
AMo ATP- NnPOX
NYPOZTA®YAIKO NYPOZTA®YAIKO

12ATP
6-P-ykukoln 8ATP

6-QWoPOPPOUKTOLN

1,6-819w0POPPOLKTOLN
PwGo- t . 3-9u0go0-
dwdpotv-" — V)\UKt‘ipIV-
OKETOVN ..OASEDHBN
//— NADH
1,3-319WOPOYAUKEPIVIKO 0E0

|t — ATP
3-pwOoPoyAU|<ePIVIKO 0ED

2-(WOQOYAUKEPIVIKO 0EV ANAEPOBIA
| FAYKOAYZH
QWO QO-EVONO-TIUPOCTAPUAIKS 0E0D 2ATP
I -*m ATP
TIUPOCTOQUAIKS OF0*----------- YOAOKTIKO 080
I — NADH

AKETUAO-COA

0E0NOEIKIANED N MAHPHZ
/  KOKAOG |\ O=EIAQZH
1 Krebs ) 38ATP |
ATP
FADH,
2NADH
NAD(P)H

IxAua 2: O poAog¢ ¢ Qwa@ATAcnG NG 6-ewo@o-yAukodng otnv PloocutvBean Kal
OTT0IKOOOUNOT TOU YAUKOYOVOU KOl GTNV OTI0IKOdOUNan Kail Bloolveeong tng

yAukolnc.

FAukoyoviagn totou 111

To TpOBAnua €dw evrtoTtietal 010 €v{UUO TPAVO-yAUKOLUAAon (ZxAua 3) Tou

OUUMETEXEI OTNV OTIOIKOOOUNGN TWV JIOKAAOWOEWY CGTO POPIO TOU YAUKOYOVOU KOl KATA

OUVETIEIOL EVVOEI TNV ATIOIKOOOUNGN TOU YAUKOYOVOU. ETOPEVMWCG, ME QVETTAPKEID TOU

€vOPOL AUTOU EULVOEITAI | CUCCWPEELCT YAUKOYOVOU [E OO} HN (QUOIOAOYIKN, OnAadn

ME auénuéveg dIoKAOOWaelG. Kal €dw cuPPBaivel LTTOYAUKAIUIO aANG 0€ PIKPOTEPO BaBUo
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Zxnua 3: O polo¢ tN¢ Tpavo-yAukoluAdong. Otav peivouv 4 popla yYAUKOING otnv
OALCIda, OTOPATA N EWCEOPULAACT) VO OTIOOTIA aKpaia popla YAUKOLNG. TOTe n
TpavaoyAukoluAdon (glycogen debranching enzyme) petagépel ta 3 amd 1a 4
MOpIO YAUKO(NG OTO TEAOG Miag GAANG aAugidog Tou YAUKOYOVOou, Yio va
OLVEXITEL N PWGEOPUAAGCT VO ATIOCTIA PWCPOPOAUTIKA aKpaia popia YAUKOLNG.
To €va Poplo YAUKOING, amd Ta TECOEPA, TIOU £XEI OTIOUEIVEL OTNV aAUGIda TOU
YAUKOyOvou Kal €xel a(1-6) yAUKOJTIKO Oeaud, LOPOAUETAl O pia a(l1-6)
yAUKOO10da0n.

anmd OTl otov TOTOo |, a@ol UTIAPXEl OUVATOTNTO ATIEAELBEPWONG MIKPWVY TIOGOTATWVY
YAUKOING OTi0 TO YAUKOYOVO He TN PBorfsia evog evOPoL pn €I0IKAG yAukooiddong. To
KUPIO COUTITWHA €ival N NTTOTOMEYOAIO XWPIC va TTOpATNPEOUVTOl YOAOKTIK] 0Z£wan Kal

uTIEPAITIIdIMIO, OTIWE GuPBaivel atov TOTO .

" Aukoyoviaon torou Il

Eival n mepintwaon mou £XEl TIEPIYPAPEL EKTEVWC TE TIPONYOUUEVO KEQPAAAIO.

ZxNua 4: Pompe, maBoAoyoovatopog amd 10 Apotepvtap (1901-1945), 1ou TIPWTOC
TepIEypaye 1 vooo
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M Aukoyoviaon toTou 1V

21NV TIEPITITWAN OUTA YIVETAI TIEPIOPICHUEVN OTIOIKOOOUNGN TOU YAUKOYOVOU AGYW
MEIWPEVNG OPACTIKOTNTOG TNG PWO@OPULAACT) TOU YAUKOYovou (Zxfua 3). To TpoBAnua
EVTOTTI{ETaI GTO 100€V{UUO TIOU LTTAPXEl OTOUG WUEC, EVM TA I00EVILUA TNG PWOAPOPUAACNG
OTO NTIOP KOl OTOV EYKEPAAO €ival QUOIOAOYIKA. TO YAUKOYOVO Tteplopilel T Asitoupyia
TWV YUV a@oU EVaTIOTIBeVTAl ALENPEVA TTOCA ATIO AUTO PETAED TWV MUKWV IVISIWV.

2Z€ (PUOIOAOYIKEC OUVONKEG, OMWC E€ival yvwoTO, TO YAUKOYOVO OTTEAEUOEPWVEL
YAUKON (ZXNMUa 2) Kal HECW TNG avagpoflog YAUKOAUONG (ZXAUO 2) TIPOCQEPEL EVEPYEIQ
Yl TN MUIKI GUOTOAN, EVQ O€ TIOPATETAPEVN MUIKI EPYACIO N EVEPYEIO TIPOEPXETAL KAI OTIO

TNV aTtoIkodOuNan AITtopwv 0&Ewv (ZxAua 5).

0 - N\1 -

avOpOKIKN

0O DPDODEDPOOOOOCPNA FAD oAucida
n / agudpoyovacon

B-keto-BoutupUAO-COA (OKETO-OKETUAO-COA)
| aketuAo-Tpavo@epdaon Tou akeTuAo-CoA
2 aketvAo-CoA

ZxAUO 5: H armolkodounon Ttwv MTTapwV 0&Ewv (B-0&€idwaon) OTIOTEAED MO KUKAIKN
TIopEia, 010V g€ KABE KUKAO ATIOCTIWVTOL 2 HOPIO AVOPOKA PE HOP@I OKETUAO-
ouvevOpou A (aOKETUAO-COA) KOl OTTEAEUOEPWVETAl EVEPYEID HE HOPON
avaywylikng dovaung, onAadr) NADH kai FADH-=.

Katd ouvémela, 10 TIPOPANUO TG acBévelag autrg evioTtideTal oe Bpoaxeiag
OIAPKEIOG EPYNTiEC OTIOL N EVEPYEID TIPOEPXETAL OTIO TO YAUKOYOVO KAl OXI O€ PEYOAUTEPEC
OIAPKEIOG €PYOCTIEC OTIOU N EVEPYEID TIPOEPXETal amd Ta AIopd o&€a. Or aabeveic
TIOPOUCIAdoUY HETA OTO0 MIKPNG OIAPKEIOC CWUATIKI) KOTIWAON MUIKA aduvauio Kal

OTIOOUOUE TIOU AOYW TNC KOTOOTPOPNC TWV HUWV KOl TG OTEKKPIONG Huoa@alpivng
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TIOPOUCIA{oLY 0UPA KOKKIVOU XPWHOTOC. Ta TPoBARuaTa €ival avekTd oTnv TEPITITWON
eAGXIOTNG MPUIKNG epyaaiag 1 peyAdAng SIAPKEING epyaacia. H GuyKEVIpwON TAVIWG TNG

YAUKONG GTO aipa dlaTnpEital g QUGIOAOYIKA ETTITIEDA.

ACKNoN Kal YUiKr evOLvVAPwaon
NEUPOUUIKEC TIPOCAPHOYEG W ATIOTEAECHUA TNG ACKNONC UE AVTIOTACEIG

NeLpIKEC TpocapuoyeC. H dladikaaia tng evepyoTtoinong Twv Puwv EEKIVA amo To

Aavedavovoa - VUIKU KUTTG‘p
TIEPINdOC Xpbvog a
x A®
LTTOB0XE0G © T*
OKETUAQYXOAIVNG © e, B n*cno
HUIKO v OTIN EYKAPGTIOL
KOTTGpO OCWANViokou
puoividia Huikn va
Huoividilo
Huoividlo
[  Lownl
SdiokogZ LA Siokog Z
TIOdI1 | KaAGEKESTPIVN
COPKOTIAOACHATIKOD  diavAol Ca”
SikTOOUL

ZXNAMO 6 ZKEAETIKOI POEC Kal dIadIKATIa TNG EVEPYOTTIOINCNC TWV HUWV
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OVWTEPO TUNHA TOL EYKEPAAOL (Zxrua 6), HeTaPBIBALeTal OTOV KIVNTIKO QAOIO KOl OTIO EKEI
OTOUG KIVNTIKOUG VEUPWVEG, OTIOTE KOl EAEYXETON N EVEPYOTIOINGN TWV AEITOLPYIKWV
povadwv Tou puog. Katd tov TpOTIo autd dNUIoVPYEITAL N PUIKK) oUCTIOCT. € OAn OUTH TN
Ol0dIKACIa LTIAPXOUV VEUPIKEG 000i TIOU AVATPOPOSOTOUV TOV EYKEPOAO YO N Asitoupyia
TWV HUWV HE OKOTIO TOV EAEYX0 TNG OWAOTNAG AEITOLPYIAC TOUC KAl TN GUVEPYOCTia TOUG YE TO
LTIOAOITIO CUCTHOTA TOU GWHATOC.

H mpotdvnon e avTIoTACEIG €ival dUVOTOV VA TIPOKOAEL TIPOGAPUOYEC OVAAOYO HE
TO TIPOYPOPMA TIOU aKoAouBeital. ‘ETaol, pmopei va emiteuxBei avénaon ¢ PUIKAg duvaung
XWPIC TAUTOXPOVN HUIKA ULTIEPTPOPIO AdYyw TNC PBEATiIWONg TNG OuLveEPyOoiag Twv
avtaywviotav puwv (Ploutz, Tesch, Biro & Dudley, 1994).

Ma va mapaxBei n Péylotn d0vaN TIPETIEL AQ'EVOC PEV VO EVEPYOTIOINBOUV OAEC Ol
KIVNTIKEG MOVAOEC @' ETEPOU 1N EVEPYOTIOINCNH TOUC va Yivel Pe T MEYIOTN OuvaTh
oLXVOTNTO evepyoTToinong. Mia aKOUN VELPIKN TIPOCOPMOYN €ival N IKAVOTNTA TOU OTOUOU
V0o UTIopEl, LoTEPA aTd TIPOYPAUUO AOKNONG UE AVTIOTAGON, VO ETIIOTPATEVEL EKOUCIA OAEG
TIC KIVNTIKEG PHOVAdEC TwV puwv Tou (Carroll, Riek & Carson, 2001; Sale, 1992).

> PiBAoypagia  ava@epstar OTI N TPOTIOVNCN  TIPOKOAED  peiwan g
EVEPYOTIOINONG TWV OVIAYWVICTWY HUWV HE OTIOTEAECHO TNV a0&non NG METPROIUNG
olvauNg Twv aywviotwv puwv (Carroll et al., 2001). Akoua, €xouv TTapatnENOEi Kal AAAEG
VEUPOUUIKEC TIPOCOPHOYEC TIOU KAVOUV OTIOTEAECHOTIKO TOV EAEYXO MIOG Kivnong Tou
aTtoutel YEYIOTN A LTIOUEYIOTN PUIKA dUvaun. AnAadr, n TPOTIOVNAN, TIBAVOV, €ite ETIOPA
Ot OEIPA EVEPYOTIOINONG TWV KIVNTIKWV HOVAdWY EITE 0T HEIWON TWV VEUPIKWV
OVACTOAWVY, PE ATIOTEAECUO VA BEATIWVETOL N ATIOO0CT GE OPICUEVA aBAAuATa.

H oTelkovion Twv PUWV KOl TV OAOKANPWVY MUKWV OUAadwV YIVETOl HE TN
MOYVNTIKN TOPOYPA@ia, PO TEXVIKN TIou Oivel TN duvaTOTNTA VA aviXVeELOVTOL Ol PUEC TIOU
EVEPYOTTOINONKOV UE TNV ACKNGON. H avixveuon yivetal amod Tnv oAAayr] TOL XPWHATOG TWV
EIKOVWV TI0U AauBdvovtal Tipiv TNV AoKNoT KAl PETA TNV OAOKANPWOT TNG. Z€ TEIPAUOTA
pe TNV TEXVIKN auth (Ploutz et al., 1994) @dAvnke OTI N TTOGOTNTO TOU MUIKOU IGTOU TIOU
EVEPYOTIOINONKE KATA TNV TIPOTIOVNTIKY dIadIKACIO ATOV PIKPOTEPN OE OXEGN UE EKEIVN TIOU
EVEPYOTIOINONKE yla TNV EKTEAECT TNG idla¢ doknong Tpv TNV évapén tng TPOTovNong.

AnAadn n puikn PAda TIOU EVEPYOTIOIEITAN yIA TNV EKTEAECN MIAC KOBOPIOPEVNC
TIPOTIOVNTIKNG HovAdAC €ival Alyotepn HETA OTIO HIO TIEPIOOO TIPOTIOVNONC HWE aVTioTOON.
‘Otav 0l aTtaITtroEIC YIo TIPOTIOVNAN €ival VPNAEC, €ival TIOAD GNUOVTIKOC Yio TNV o1Tod0an

0 OXedIOOUOC EVOC TIEPIOBIKOU TIPOYPAUMATOC AOKNONG WE avTtiotaon.
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2 épeuveg e Telpapatolwa (Deschenes, Maresh, Crivello, Armstrong, Kraemer &
Covault, 1993) Bpebnke OTI n AoKnon o€ dATIEOOEPYOUETPO TIPOKAAEGE TIPOCAPUOYEC OTIC
VEUPOUUIKEC ouVAYPEIC. H AokKnon PE AVTIOTACEIC TIPOKAAECE AUENGCN TOU WNKOUC TwV
OIOKAOOWOEWY TWV VEUPOUUIKWV oLUVAPEWY AOYyw TNG MEYOADTEPNG TTOGOTNTOC
VELPOJIARIBACTWV TIOU XPEIAZETAIL YIO TNV EVEPYOTIOINGN OAWV TWV KIVINTIKWV HOVAdWVY.

ATIO Tta dedopéva tng PBiBAloypagiag (Deschenes et al., 2000) @dvnke OTI KATA TNV
TIPOTIOVNCN HE AVTIOTAGN TO EPEBICUA €ival APKETA 1I0XUPO, WE OTIOTEAECHUO VO TIPOKOAEI
METOPBOAEC OTN VELPOMUIKN) clVOPN TwWV MUKWV Ivwv totou | H emidpaon autr dev

aTt0dIdETAl OE LTIEPTPOYIO I € AAAAYN TNG KATAVOUNC TWV HUIKWV IVGV.

MUuiKEC TipooapuoyéC. H onuavTIKOTEPN i0wWCG TPOCAPUOYN TwWV PUWY, PETA OTO
TIPOYPOUMA TIPOTIOVNONG UE AVTIOTACEIC, €ival N al&non NG MWUIKAC palag. Auto eival
OTIOTEAECHA TNG aUENONC TOU PeYEBOLG TV UKWV vV (Kraemer, Fleck & Enans, 1996).

H urmepmAacio Twv YUKWV V@V, OTIWG AEYETAL N ad&non Twv MUKWV VOV, EXEL
oTtodelx el ag TEIPAPOTOlWwa OAAG OXI a8 avOPWTIOUG OTAV LTIORAANOVTIAI OE OOKNCIOYEVN
gpediopata. O Aoyog eival kaBapd peBodoA0YIKOE, agol sival adlvatov va agaipedei Evag
OAOKANPOC HUG OTI6 TOUC avBPWTIOUC YIO VA YiVel KOTAPETPNON TOL APIOUOL TWV MUKWV
VGV TIou TtepIExEl (Antonio & Gonyea, 1994).

Katd tnv aoknon Je avrtiotaon, n aognon Tou MeyEBOLC TwV MPUWV  EXEL
apatnpendei Kal oTov AvepwTio Kal Og TIEIPAUATOlwWa. ATIO UEAETEC O TEIPAPATOlwa
QaiveTal OTI N TIPOKOAOUUEVN aUENCN TOU MEYEBOUC TWV PUWV OQEIAETOI UOVO OTNV
UTIEPTPOPIO TWV PUIKWV IVWV.

AMN\G Kal o€ aBANTEG dUVAUNG, N OQULENMEVN MUIKN HAlo OQEIAETOl OE UTIEPTPOPIO
MUKWV vav. H ad&non tou peyeboug Twv YUKWV VOV (ZXAUa 7) o@eiletal atnv avénon
TOU OPIBPOL TWV AETITWV PUOVNUOTIWV OKTIVNG, TwWV TIaXEwV PUOVNUOTILV Puoaivng  Kal
oTNV avE&non Tou OpIBUOL TwWV COPKOMPEPISIWV OTIC MUIKEG auTEC iveg (Goldspink, 1992;
MacDougall, Sale, Moroz, Elder, Sutton & Howald, 1979).

MapdAANAa OPwC TUOTEVETAlI OTI QLEAVOVTOL TIOOOTIKA KOl Ol U OUGCTOATEG
Tpwteive¢. H ab&nan Tou PeyEBOUC TWV PUIKWVY VOV dEV €ival idIa yia OAEG TIC PUIKEC iVeC.
Eaptdtal améd tov 1010 NG MUIKNC ivag Kal To TIpOypapua pomovnonc. H abd&non tou
MEYEBOLC TWV PUTKWV VAV, PETA OTI0 XPWON TWV HUIKWVY OEIYUATWY, UTIOPEI va PEAETNOEI

KOl OTO JIKPOOKOTIIO.
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KATEYOYNSH 50 nm
SYSTOAHE T
diokog M
Z diokog Zovn H
I
{,wtevT  OKOTEVI
B B™VE YEAS
1
(ta-% " t > willteh ItsSt
gapkopepidlo (2,5 pm)
(KATOWH)

ZXAUa 7: Aour) GOPKOUEPIdIOU. ZXNMUATIKA KOl O HIKPOOKOTIIO QWTOC.

H &oknon pe avtiotaon TIPOKOAED TIPOCAPHOYEC OTIC MUIKEG IVEC TOOO TTOCOTIKEG
000 KOl TIOIOTIKEC. H TTO0OTNTO OVA@EPETAL TNV AUENON TWV GUOTOATWVY TIPWTEIVV EVW N
TIOIOTNTA OTN METABOAN TOL €iBOULC TWV TIPWTEIVWV autwv. Me TNV al&non TNg PUIKNC Tou
péalag, uttopei kaveig va mapdyel JeyoA0Tepn VAN Xwpig va emnpeddetal n Tax0TnTa g

MUIKNG GUGTOAAC.

BlooUvBeon twv Tpwteivav. Mo va uTtdpéel YUiKr LTIEPTPOYIa Ba TIpETEl, €ite va
av&ndei n PloolvBeon TwWV TIPWTEIVWVY, €ITE va HPEIWOEL N ATIOIKOSOUNCT TWV TIPWIEVAVY,
gite va oupPolv kal ta o00. H mpormoévnon ue avrtiotaon avéavel tn Ploolveeon Twv

TIPWTEIVQV.
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2TC MUIKEC iveg TOTou Il, n a0&non o@eiletal Kupiw¢ otn PloolbvBeon Twv
TIPWTEIVWV. AVTIOETWC, OTIC MUTKEC iveg TUTIOU |, n avénon o@eileTal Kupiwg TN peiwaon
TNG ATI0IKOdOUNAONC Twv TIPpwIEivwy (Goldspink, 1992).

H BloolvBeon Twv TIPWTEIVWV CUVOEETAl OTEVA KAl WE TN HETAPOPA APIVOEEWY aTIO
TO Qipa OTO PUIKO KOTTAPO, JIOPECOU TNG KUTTOPIKAG HEUPBPAvNC. Ma tn digpyaacia autn
0¢ xpeladetal va LTIAPEEl AUENCN TNC OULYKEVIPWONG TWV OUIVOEEWY OTO aiud, OAAG
€LVOEITaI AOYyw TN augnuévng Katd 90% AIPATIKNC PONE TTPOG TOUC HUEC.

H BioolvBeon Twv TPWIEIVWOV OTOUG HUEC PETA TNV TIPOTIOVNGON €EOPTATAl OTIO
TTOAOUC TTapAyovTeg, OTwC N UTIOPEN JIABECIHWY APIVOEEWY, 0 XPOVOG TIPOCANYNG TwV
TIPWTEVAY, TA ETTTESA TWV dIAPOPWY OPUOV®OV CTO Aipa (IVOOUAIVNG KATL.), ol au&nTiKoi
TIOPAYOVTEG OTO Qida, N PNXOVIKY KATATIOVNon Kal 0 BoBudg evudATwaong TwV KUTTAPWV.
Z& YOPIOKO €TTiMeEdO N pLUOUION TNC BIOGLVOEGNC TWV TIPWTEIVWY YIVETOL PE TN YOVISIOKN
pLOUIOT, TIOU OTA EUVKOPUWTIKA KUTTOpa (ZxMuo 8) ptopei va yivel oe 8 dl0POPETIKA

emimeda (AnuoTovAog Kail AviwvoTtovAov, 2009).

ZxNUa 8: Onw¢ eival yvwatd, n pLuBUIoN HIaG PETOPBOAIKNC TIOPEIOC YIVETAL yia AGYoUG
OlKovouiag ouvnBwg ata apxIk& atddia TNE 6ANG Topeiag. H puBuion emopévwg
NG PBloolvBeoN( TWV TIPWTEIVOV CTO ETITIEQO TNG METAYPAQNC ATIOTEAEI BaCIKO
onueio eAéyxou, dedopévou OTI N dladikagia 1060 ¢ PloocuvBeong RNA 6co
KOl TIPWTEV®OV gival datavnpn yia To KOTTopo.
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Ao BIBAloypagika dedopéva (Tripton et al. 2001) TPOKOTITEL OTI N TIPOCANYN
YAUKOING KOl OUIVOEEWV TIPIV 1] OPECWC META TNV AOKNGON OULEAVOLV CNUOVTIKA TN
BloolvBeon Twv TIPWIEIVAV Kal TNV TaX0TEPN OVATIAOGCT] TWV ICTWV.

Ot Tripton kai Wolfe (1998) JdletuTwoav €va HOVTEAO METAROAICHUOU Twv
TIPWTEVWV WC ATIOTEAEGHA TNC TIPOTIOVNONG UE AVTIGTOCT TIOUL £XEl T AKOAOLOO GTAdIA |
10 oTtddio : H mpomovnon ue avtiotaon dleyeipel TN BIooUVOEDT) TV TIPWTEV®V.
2° OTAdI0 . MEIVOVTAIL Ol CUYKEVIPWOEIC TWV EVOOKUTTAPIKWVY OPIVOEEWY
3° oTddI0 ;| H peiwan NG CUYKEVTPWONG TWV aUIVOEEWY BIEYEIPEL TNV ATIOIKOOOUNG TWV
TIPWTEIVWV KAl TN PETOQOPA AUIVOEEWY OTO PUTKO KOTTApPO
4° gtadlo . H avénuévn dlaBéaiun ToootNTa aUIVOEEWY OTO HUIKO KUTTOPO €UVOEI TNV
TIEPAITEPW PBIOGUVOEGN TWV TIPWTEVWVY, PE ATIOTEAECUO TNV AVATIAGCT TOU MUIKOU 10TOD.

ATIO TO aVWTEPW OIO@AIVETAL N HEYAAN onuacia Tou €XEl N TIPOCANYN TIPWTEVWOV

OTN UEYIOTOTIOINCN TNG amédoonc KAl TN¢ avATtAacn g ToL JUiKoL 1oToU.

AMNGOQYEC 0Tn aloTaon Tou owPatoC. '‘EoTw Kol HIKPRC OIAPKEIOG TIPOTIOVNON HE
OVTIOTOON TIPOKOAEI ONUAVTIKEG OAAOYEC OTn oUCTOCN TOU OWHATOG, OnAadr GTo
OWUATIKO AITTOG KAl OTNV AAITIN owuaTiKh pada. To aBpolopa Tou BApoug TOU CWHATIKOU
AITIouG Kal TNE AAITING CWHATIKNC HALOC OTIOTEAEI TO CUVOAIKO CWHATIKO BAPOC. ZuXVda TO
CWUATIKO ATIOC EKQPACETAl 0AV TTOCOOTO TOU CUVOAIKOU OWHATIKOU BAPOUC.

‘Eva mpoypapua Tpotovnong YE avtiotaon atmofAETEl oTnv alEnon NG GAITING
CWHATIKAG PAJOC Kal OTN PEiwan Tou TT0G0oToD KOl TOL OTTOAUTOU BAPOUG TOL CWHATIKOU
Aitou¢. H a0&non aut) tng GAITNG CWMPOTIKAG PAlag avTIKaToTiTpidel TNV av&non g
MUIKNCG paloc. To cUVOAIKO BAPOC OHWC, OTIWG £XEl TTapaTnPENOEi T600 ag AVIPEC 000 Kal
O€ YUVOIKEG, META OTIO TIPOTIOVNON QLEAVETAI EAAXIOTO.

H TIpooTidbeia ETUTELENC TWV KATWTEPWV ETIITPETITWV 0PIV CWHATIKOU AiTtoug dev
TIPETIEL VO €ival €TTIBLPNTOC OTOXOC, JIOTI 0TV TO ATOPO TTANCIAEl OTa Opla ALTA YiveTtal
VWXEAIKO, Oev €Xel KOA 100N Kol 0ev UTIOPED va ETTITUXEI TIEPAITEPW ATIWAEIN BAPOUC.
Ta o6pla ocwHaATIKOD ATtoug €ival LYPNAOTEPA YA TIC YUVAIKEG Yio va €€aa@aAiletal n

OWaTH AEITOLpYia Tou avatapaywylkol cuathuatog (Frish & McArthur, 1974).
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1. ME©OOAOAOTIIA

Omwg OIaTUTIWONKE OTNV  €lo0ywyr], N TIOPoUoO HEAETN E€iXe WC OKOTO Vva
SlePELVNTEL KATA TTOC0 0 CUVALACKOC ACKNONC, diaitag Kal eV{LUIKAG LTTOKOTACTOONC EXEL
OeTIKA OTIOTEAEOUATO OTNV €EEAIEN TNG VOOOL Pompe Kol GUYKEKPIUEVO OTN PUIKN d0vaun
TwV 000evv, 0TV agPOPIa IKAVOTNTA TouC KOBWC Kal ot PAEdIon TouG. ZTO KEPAAQIO
OUTO Ttapouacidlovtal To dEiypa KAl T XOPOKTINPIOTIKA TOU, 0 OXESIAOUOC NG MEAETNG, Ol
pEBOdOI agloAOYNoNg TwWv dlO@OPWV HETABANTWY KAl N OTOTIOTIK avOaALCn Twv

0EQ0UEVWV TNC PEAETNC.

AoOeveic

21NV TIPOTEIVOUEVN MEAETN CupMETEixav TEvie (5) aoBeveiq, €K TwV OTIOIWV NTAV
Té00epIg (4) yuvaikeg Kal évag (1) avdpag pe vooo Tou Pompe pe oYipn évapén. H nAikia
TOUC €KUVMEVETO amd 39 £wg 71 e€twv, To Bdapog Toug amd 57 £wc 93 Kg, To YOG Toug aTo
155 €wq 178 cm. Eixav mi¢ petaAAd&elg 1IVS1-13 TNG (homozygous), 1IVS1-13 TNG
(homozygous), IVS1-13 TNG and c¢.2066 2070dup, IVS1-13 TNG and 925GNA
(GlyC309Arg), 1IVS1-13 TNG and ¢.2066-2070dup avTtiotoixa, Tou dIoTIoTWONKaV armnd
avAaALoT TV yovidiwv Toug oe DNA armo TIEPIPEPIKA AEUKOKUTTOPA TOL Aipatog touc. Ol
TIMEC TNG O&IVNG O-YAUKOGIOAON o€ IVOPBAACTEG eKLPEVOVTO aTto 0,05 €w¢ 0,28 moles mg
min"l. Ta XOPAKINPIOTIKA Twv 0C00evev Otnv £&vapen g MEAETNG Tapouaidlovtal
CGUVOTTTIKA aTov Mivaka 2.

H didyvwaon ¢ Pompe emiBefaiobnke o€ OAEC TIC TIEPITITWOEIC OTIO TNV EAAEIPN
NG OpacTIKOTNTAC O&IvNG O-yAukoolddonc. ‘OAol ol acoBeveic AauBavav Adn BepaTeia
€V(UUIKNC UTIOKOTACTOONC HE O&Ivn O-yAukoolddon (Myozyme, Genzyme, USA),
OKOAOUBWVTAG €Va CUYKEKPIPMEVO TIPWTOKOANO VIO MIO TIEPIOOO TOULAAXIOTOV 18 pnvov
(Van der Ploeg & Reuser, 2008).

O1 acBeveic a@oL evNUEPWONKOV OVOAUTIKA YIO OAEG TIC EPEVVNTIKEG TTAPEUPRACEIC

Kal oa&loAoynaoeig KANOnkav va utmoypdyouv Hia  EIDIKA  JIOPOPPWHEVN  dNAWaGN
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ouvaiveonc. To €PELVNTIKO TIPWTOKOAAO €YKPIONKE OTO TNV ETICTNUOVIKY ETUTPOTIN
gpeuvnTIKAG PBlonBikAg Tou Alyivitelou Mavemiotnuiakol Noookopegiov tou EBvIKoU Kal
Karmodiotpiokol [Mavermiotnuiov ABNVWVY &V  OAeC Ol  EPEULVNTIKEG  OIODIKATIEC
TIPAYHATOTIONONKOV CUUPWVA HE TOLUG OPOLC TN CUPPWVIAC TOU EAGiVKI.

Mivakag 2. XapaKTNPIoTIKA TWV aoBevmv oTnv evapén tng MEAETNG

a-yAuKOoO1040on o€

AcBeveic dPUOAMO HAkia Bdpog ‘Yyoc MEeTAANOEN IVOPBAAOTEC
(¢m) (Kg) (cm) (nmoles mg min'l)

1 ] 39 57 158 IVS1-13 TNG 0,05
(homozygous)

2 O] 46 93 155 IVS1-13 TNG 0,21
(homozygous)

3 O] 39 73 178 IVS1-13 TNG 0,28

and

¢.2066_2070dup

4 C] 71 72 155 IVS1-13 TNG 0,10
and
925GNA
(GlyC309Arg)

5 A 39 77 175 IVS1-13 TNG 0,26
and
€.2066-2070dup.

MPwTOKoANO doKNoNng

O1 aoBevei¢ katd TN Odlapkela NG OepaTteiag €vUMIKNAG ULTIOKATACTOONG KOl
OUYKEKPIPJEVO META TOUG 12 TIPpWTOUG MAveg Oepareia ev{UUIKAG LTTOKOTACTAGCNC,
OoKoAouBouaav dU0 OOKNCIOYEVEIC TIAPEUPBATEIC Ol OTIOIEC EQAPUOLOVTO TAUTOXPOVA KAl LE
OUVOAIKN dldpkKela Ttapeupaong 20 BOOUADdEC.

e H mpwin mapéuPBacn agopd atnv £QapUoyr evog TIPOYPAPMATOC ATTIOE AoKNONG WE
avtioTaon yia TIG KUPIEC MUTKEC OUASEG TOU CWUOTOC KAl Mo agpOPIo AoKNan o€
OTOTIKO TTOONAATO TPEIC QPOPEC KABE eBdopdda yia 20 eBdouddec. H aoknan yiveto
KOT 0iKOV UTIO TNV ETIOTITEIN EKTTAIOEVPEVOL TIPOCWTIIKOU KOl TO XOPOKINPIOTIKA
TOU QOKNOoloyevoug epeBiopatog (€ido¢ NG AOKNONG, OEIPEG, ETTOVOANUEIC,
OIGAEIUPO, KTA.) NTav  €EATOMIKELPEVO KOl KaBopidovtav omoé TNV opxIKA

a&loAoynaon oAAG Kal armd Tnv TIpdodo KaBevog amd Toug aoBeveic. 1O TTAGICIO
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OUTAG NG TIOPEPPROONG KOl TIIO CLUYKEKPIYEVA KATA TNV €vapén Kal T Angn Kade
TIPOTIOVNTIKAG MOVAdACG, €PAPUOLETO €va TIPOYPAUHa BeATioong TNG apBPIKNG
KIVNTIKOTNTOG TO OTIOI0 OTTOTEAEITAI KUPIWE OTIO TIOBNTIKEG OIOTATIKEG OOKIOEIC.
Mo oLyKeKpIPEVA, N Aoknon auth JIEEyETo 3 @opég / Bdoudda (avda 48 WPEC).
KaBe aoBevri¢ TtodnAatei utd Vv emiPAsPn €EEIOIKEVPEVOU TIPOTIOVNTI) O€ OTATIKO
TTOONAOTO O¢ KaBIoTr B€0n pe KapdlaK cuXVOTNTa ion pe To 60% TN HEYIOTNG
TIPOPRAETIOUEVNC KAPDIOKNC TOU guXvotntag (dnA. 220-H) yia 30 Aemttd AOGKnon n
OTIOIO EXEI ETUPEPEL BEATIWOAN 1 CTACIPOTNTA OE TIAPOUOIO0 Tteipapa (Slonim et al.,
2007). H avtiotaon puBuIl0Tav og €va €TTMEDO TIOU VA UTIOPEI va €ival avektn,
XWPIC va yiveTtal ABoAN n GoKNGCN. TN OUVEXEID, EKTEAOUVTO TTOONTIKEC OIOTACEIG
YIO OAEC TIG BOCIKEG PUIKEG OPASEG Yo 10 AETITA TIPOG OTIOQUYT TWV CUYKAUYPEWVY.
KaBe puikr opada dieteiveto yia 20-30 sec, dU0 @opec. H deltepn Tapéupacn twv
000evav €iXe va KAvel pYe T PeATioon NG PUIKAG olvaung Kail avioxng. Ol
OKEAETIKOI pUEC TIOU TIPOCRAANOVTON EVTIOVOTEPO OTIO TNV acBévela eival ol
AayovoWoiTeC, Ol YAOUTIOIOI, Ol POXIAiol, Ol KOIAIOKOI, Ol TETPAKEQPOAOL, Ol OTTigIol
pnplaiol, ol amoywyoi Kol ol Tpocaywyoi. O1 acBevei¢ akoAovBovoav éva
TIPOYPOUPO EVOUVALWONG HUE HOVOOPBPIKEC OOKNOEIC TOCO TWV HUWV Ol OTIoIol
TIPooBAAAOVTal OTIO TNV Pompe 600 Kal QUTWV TIOU PEVOUV GXETIKA OTIPOCBANTOL.
To mpoypauua avTioTaoNG PE OKOTIO TNV EVOULVAHWAN TwV KOPIWV HUTKWVY OUAdwY,
TIEPIEAAUPBOvVE TIC AKOAOLBEC aoKNoel(: HUKABIopa, éKtaon yovatog, KAuwn
yovaToc, push-ups GTOV TOIX0, EKTACEIC PAXNC, KOIAIOKOUC, KAUWYEIC OYKWVAG KAl
ektdoelg aykwva. ‘Etol, Atav duvatov va SIamicTwOei av ol TtpoaBeBAnuévol Kal
pN pLEC Ba avTidpAooUY [E TOV idI0 TPOTIO GTO £PEBIoUA TNG AoKNong. Ol 0OKATEIC
yivovtav pe tnv idla geipd, Kab'oAn tn didpKela Tou TIpoypduuatoc. Ot acBeveiq
TIpooTIOB00CaV VA EKTEAEGOUV TIANPEC VP0G Kivnong, o€ KABE emavaAnyn, apoio
IOV aUTO dev NTav Tavia €QIKTO. Ol 4 TIPWTEC OOKACEIC EKTEAOLVTOV aTIO Opbia
Béon kal ol utmoAoimeg amd Kabioty. Tig 3 TPRTEC €POOPAdEC, Ol OOBEVEIC
ekTeEAOVOOV 1-2 o€t Twv 10 emavaAnPewv omo kéBe doknon. MeTd TNV apxikn
oUTA TIEPIOdO, EKTEAOUVTOV 3 OET OTO KABE Aoknon. H e€wTepIkn avtiotaon Tou
XpnoigortololTav NTav Tepimou 10 50% ToL @OoPTIoL TIoL 0 KABE 0oBev g UTtopolaE
TO METAKIVNOEL, PE OWOTA TEXVIKN, yia 10 emavaAnyelc. O Xpovog EEKoupaong
METAEL TWV OET KAl TWV OIOQOPETIKWY OCKNCEWV NTaV TIEPITIOV 2 AeTITA. Ol POEC
TIOU aoKouvTal gival kal TipocPBeBAnuévol (01 KOIAIOKOI, ol paxiaiol, ol yAouTiaiol,

Ol TETPAKEPOAOI Kal Ol OTTicB101 pnpiaiol) Kai pn mtpooPeBAnuévol (ol BwPaKIKoi, ol
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pOEC TNG TAAING, O OeAtoedng). Onwe ocupPaivel kal og puacbeveic (Kilmer,
2001), €101 KOl € QUTH TNV TIEPITITWAT ACBEVWVY Eival OVAPEVOUEVO OAOL Ol JUEG VA

OVTATIOKPIO0UY BETIKA aTNV AoKNoN.

Ol aoBeveic Tpiv Kal PETd TNV TtapePPacn agloAoyolvto OTn MPUIKK TOug dUVOun OTOUC

MUEC TNC TTIAATNG, OTOUC OWPOKIKOUC, OTOUG AOYOVOWYOITEG KOl OTOUC TETPOKEPAAOUC HE

ouvapouetpo (Tesys 800, Globus Sport and Health Technologies) 10 oroio petpdel

ICOMETPIKN duvaun. Emiong, €yive petpnon oe éva 6-AeTtto test Tepmatiuatog (Rasebaka,
Lee, Naughton, Williams & Holland, 2009).

e H OdeUtepn mapéuBacn ag@opd otnv TodnAdcia o€ OTATIKO TIOONAATO KOTA TN

OIAPKEIN EKXLONG TOU QOPPAKOU N OTIoia £YiVETO KABE deUTEPN EBOOUAdA OTO XWPO

Tou NOCOKOWEIOU KOl €iXE €TTIONC CUVOAIKI JIAPKEID 6 UrveG. MO CUYKEKPIUEVA, N

aoknaon outr dlEEnyeto | @opd KABe 14 NUEPEC KATA TNV €KXUAN TOU QOPMAKOU.

Kd&Be aobevric TodnAatoloe GE GTOTIKO TIOONAATO HPE KOPAIOKK GLUXVOTNTO ion HE

T0 60% TNC PEYIOTNG TIPOPAETIONEVNG KOPDIOKKC TOL auxvotntag (dnA. 220-H) yia

30 AETITA LTTOBETOVTOCG OTI AOYW TNC AIUATWONG TWV PLWVY, TO EAPHUOKO Ba evepyei

KaAUTEPAQ.

AlATPO@IKI) TIapEPPacn
Ol aoBeveic, kKaB'0AN TN dIAPKEI TNG €PELVAC, OKOAOUBOUOOV TIC OIKEC TOUG

JlOTPOPIKEC CUVNOEIEC.

Muikr} duvapn

H péylotn Ic0UETPIKN dUVOUN, WETPNONKE TIPIV KAl PETA TNV TIEPI0dO TIPOTIOVNONC,
pe ™ PonBela evog dUVOAUOUETPOU, TO OTIoI0 €iXe PabuovounBei pe ) XPAon yvwoTtwv
EEWTEPIKWV OVTIOTACEWY. META amo €va MIKPO (EOTOUA, HE METPIEC ICOPETPIKEC
TIPOOTIABEIEC KOl XOAAPEC DIATATIKEC OIOKNOEIG, Ol aoOeveic evBapplvovTav va amodwaoouy
TO PEYIOTO OTIC TIOPOKATW OOKNOEIC: EKTAON YOvVaToC amo Kabiotr 8éan, dpon 1odiou armo
0pBia B€an, Ttieon otrBouLg Kal KWTINAATIKA oTo KaBiot 6éon.

To duvauoueTpo Tesys CUVOEBNKE PE TOV PETATPOTIEN KAl TO OO OTAAONKE o€
£&vav @opNnTo LTIoAOYIOTH. H gloaywyr] Twv 0edOPEVWY TIPAYHATOTIOINONKE PE T0 TESYS
software v. 8.32 (Globus, ITALY). Katd tnv €ktaon tou yovatog KABe aabevig kabotav
0€ PO O10gpEVIa KOPEKAD HE Ta dUO yovaTa LTIO ywvia 90°. Mia depudTiv), Un EAACTIKN,

Awpida devotav otov Oe&i aotpayoro. H Awpida auti Atav ouvoedepévn HE TO
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OUVOUOUETPO, TO OTI0I0 ATAV JEPEVO IOXUPA OTOV TOIXO TIiow amo TOV 0aBevr) TIAPAAANAQ
JE To €d0OC.

AUO €K TWV EPELVNTWV TIPOCEXAV VO ATIOPELXBEi KABE Kivnan tNg AekAvNg KATA TN
doKipaaoia. Kal ati¢ uTtoAoITIEG DOKIPOCTIEC dUVAUNG, XPNOIYoTIomenKe n idla pébodog pe
ENAPPEC ATIOKAICEIC.

‘OAeC Ol 0OKNAOEIC EKTEAOUVTAV HE TO OE&i Avw 1N KATW OKPO. TPEIC TIPOCTIABEIEC
ETUTPETIOVTOV YIa KABOE Aoknan. Metagl kdBs doknong eTUTPETIOTAV EEKOVPACN TIEPITIOU 5
AETITA. H KOAAITEPN aTIO TIC 3 TIPOCTIABEIEC XPNOIUOTIOONKE yIa TNV TIEPAITEPW OVAAULAN.
2 & KABE TEPITTWOT, VO €K TWV EPELVNTWV ATAV TTAPOVTEC KOl EVBAppLVAV QWVNTIKA KABE

TIPOOTIABEID TLWV 0GOEVWV.

Mivakag 3. O1 HETaBANTEC TOU TIPOYPAUUATOC AOKNONG.

Aoknaon 1-3 gBdopAdES 4-20 eBdopadeq
ModnAaacia 10-15 min, eminedo 1-2/8 30 min, eminedo 2°1/8
Alatdoelg MEaoo €0pog Kivnang

% Huikadiopa

Kauyn yévarog

Yywan yovatog
Push-ups otov Toixo
AVAOTKWAT) aTtd KOPEKAQ
‘Ektaon poxlaiwy

A OTtIoB0oAiIEG TTIETEIG
‘Ektaon aykwva

Kauwn aykova
Alatdoelc

3 guvedpieg ava eRdoudda

| 2 0e1/10 R/50% 10RM
1-2 0e1/10 R/50% 10RM
1-2 0e1/10 R/50% 10 RM
1-2 oe1/10 R/50% 10 RM
1-2 0e1/10 R/50% 10 RM
1-2 0et/10 R/50% 10 RM
1-2 0et/10 R/50% 10 RM
1-2 0e1/10 R/50% 10 RM
1-2 oe1/10 R/50% 10 RM

Méoo €0pog kivnang

AvdTauon 2 min avAapeca oTa O€T

R: emavaAqyelg

RM : Méyioto¢ apiBuog emavorPewy.
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AEITOLPYIKN IKAVOTNTA

Mo va petpnBei n ASITOLPYIKA IKAVOTNTO TWV A0BEVWV, XPNOIUOTIOINONKE N
doKiJagia Twv 6 Aemtwv TepTidtnua. Ot agBeveic evBapplvoviav va KoOAOYOouv 000 TO
OLVATOV PEYOAUTEPN OTIOCTIOON TIEPTIATWVIOC OE 6 AETTTA.

Tpelg amd Toug acBeveiq Ekavav aUTO TO TECT O€ MIA ETTTEDN eTTIPAVEIA (JIAdPOUOG
VOOOKOMEIOU) Xwpi¢ TIpoBépuavon, TPV Kol HETA TNV TEPIOdO TIpoTTOVNONG Kol Ol
LTTOAOITTOI U0 O NAEKTPIKO d1Adpou0. Avo amd Toug aoBeveig XpnoIUoTIoiNcav PTTacTolVI
KOTA T SIAPKEIA TOL TIEPTIATAUOTOC.

O1 vTtoAoITTol 0oBEeVEIC YTTOPOLCAV VA TIEPTIOTHGOUV YPNYOPOTEPD, VIO TO AOYO QUTO
KOl EKOVAV TO TECT ETIAVW € VAV NAEKTPIKO diadpopo. Map’ o1l diaiegav éva pubuo, Tov
OTIOIO VO PTIOPOUV VO AVTEEOLV YIO 6 AETITA, CLVEXWCG £vOAPPUVOVTOV OTIO TOUC EPELVNTEC

va av&davouv To pubuo Tou..

Métpnon oc0oTACNC CWHATOG

H pétpnon tng oLOTACNG CWHATOG E£YIVE UE OTIOPPOPNTCIOPETPIO SITTAOEVEPYEIOKING
o¢opng aktivv X (Dual X-ray absorbiometry, DXA). TMpiv Kol PETA TO TIPOTIOVNTIKO
mpoypauua (DPX-L,LUNAR Radiation, Madison, WI,USA) &ywvav pia odpwaon 0Aou Tou
owWMaTOE, Mia gdpwan unpol Kal hia capwaon 0oEUIKNg poipag .

Ta dedopéva avallbnkav e v xprion tou mpoypdupato¢ LUNAR Radiation
body composition program. H pddla Airtoug, n aAimtn pala cwpatog (LMB, lean body mass)
Kal 00TIKA Ttukvotnta (BMD, bone mineral density) pyeTprnkav yia 6A0 T0 owud, TA GVw
GKpa, Ta KATW OAKPO KOl TOV KOPUO. Au0o OIO@OPETIKOI EPELVNTEC avEAUCOV T

OTIOTEAECUATO VIO PEYOADTEPN OEIOTIICTION

2 TATIOTIKN eTeepyaaia

MNa va PBpebolv dlagopéc TPV KOl HPETA TNV TIPOTIOVNTIKY  TIEPIODO,
Xpnowgomomnenkav paired t-tests. MNa va gpeuvnBolV o1 OXECEIC PETAED TWV HETAPRANTWV
xpnolgomoinonke 10 Pearson’s product moment correlation coefficient. Q¢ emimedo
onuavTIkOTNTA¢ Xpnolgotoidnke 10 P<0,05. T TV OTATICTIKA  avdAuon

XPNolJoToNONKeE TO OTOTIOTIKO TIOKETO SPSS  Inc., version 15,0 for Windows.
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IV. ANMTIOTEAEXMATA

e auTO TO KEPAAQIO TIOPOULCIAZOVTAl TO OTIOTEAECHOTO TNG TTOPOUCAC HEAETNG,
OTIWG TIPOEKLYAV QTIO TN OTOTIOTIKA avAAUGCN Twv OedOPEVWV. ZTnV Tapdbeon Twv
OTIOTEAEOUATWY TIPONYEITAl N TIOPOLCIaCN Twv OEJOUEVWY NG MUIKAG OUVOUNG KOl
OKOAOUBEI TNG OCTIKNC TILKVOTNTOG. TEAOG, N TEAELTAIO TTOPAYPAPOC TOU KEPOAQiIOU

TIAPOUGIALEL TIC CUTXETIOEIC TV dAPOPWV HETARANTWV.

Muikr) duvapn

H puikn d0vaun au&ninke PETA TNV TIPOTIOVNTIKA TIEPIOO0 0€ OAQ TA TECGT dUVAUNG
(Zxnua 9), tapoAo Tou n av&non auth dgv £PBACE TN CTATIOTIK] CNUAVTIKOTNTA Yyid TNV
éktaon yovarto¢ (Mivakag 4). H amodoon oto 6AIN BeATIWONKE ONUOVTIIKA HPE TNV

Tipottdvnon (203,8 £ 177 m Tipwv vs 248,2 + 184 m petd p < 0,01, Zxrua 10).

IxXAUa 9: EEATOPIKEVUEVEG OANAYEC OTN UUIKN d0vVaun €KTtoong loxXiov oe 5 aaBeveig pe
Pompe oypng évapéng mou éxouv AAGRel Beparteia ev{UUIKAC LTTOKOTAOTACNC
(Myozyme) Tipiv Kol HETA om0 Aoknaor 20 eBdouddwv.

Institutional Repository - Library & Information Centre - University of Thessaly
11/05/2024 23:03:50 EEST - 3.144.1.58



25

Mivakag 4. Muikp duvaun TPV KOl PETA amd TIPOYPAUUO PUIKAC €VOLVANWONC Kal
agpOPlag aoknong 20 eBdouddwv e 5 acBeveic pe Pompe oWiung &vapéng
mou AduPavav Beparieio ev{LUIKNC oTmokataotacng (Myozyme), Kdabe 14
MEPEC KATA TNV TIPOTIOVNTIKA TIEPIOdD. Ol AETITOPEPEIEC TIOU CPOPOLV TO
TIPWTOKOAAO AaKnang Teptypdgovtal atn MeBodoloyia g Epeuvac.

Strength test Mpwv Meta % AUENON
. : 46.4
Ektaaon yovatog 5.0U4.19 7.33£5.82
(kaBioTr B¢an, kg)
‘Ektaon 1oxiou 4.55+3.27 6.87+3.70 50.8*
(6pB10 B¢an kg)
MiEoeig TTaykou 12.1845.29 15.2+7.81 25.0*
(Eva xépl, kaBioTA
B¢on kg)
KwTiAATIKN 16.68+9.01 19.80+5.88 18.7*
(Eva xépl, KaBIOTN
B¢on kg)
*n < 0.05
700 1
E 600m 610m
4 600 -
b
© 500
W
O
1400

490m

« 300

Cc2.

=

0 200
6 132m
3 108m

< 100

MPIN META

Zxnua 10: EEatopikevpévn amddoon otn doKipaaoia Badiopotog 6 AsTTwv o€ 5 aagBeveic
pe Pompe oyiung évapéng mou exaav Beparteio evUUIKNC OTIOKOTACTACNG

(Myozyme), Tplv Kol JETA amd TTpoTtovnTiKn Tepiodo 20 eBdoUddwV.
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Z00T00N OWPATOG

H ootk Ttukvotnta oev emnpedotnke (Mivakag 5) oUTe OTO ETMITTEOO0 OAOL TOU
OWHATOG OUTE TOL PNPOU AAAG OUTE TNC 0CPUIKAG poipag. Mapopoiwg, ol PYETPrOEIC Yia
OAO TO OO KOl TA KATW AKPO Kol TNV AMTIN HAda owuotog 0gv AAAGEQY ONUAVTIKA PETA
TNV pomovnon (Mivakag 5).

& avTIOIAOTOAR, LTIAPEE GNUOVTIKA aAAayr TNG GAITING PAloC CWPOTOC OTO AVW
akpa (4,733+ 1,620 kg Tmpiv vs 5,150 +1,619 kg petd p < 0,05). Kayio onuavtikr oAAayn

O&V TIOPOUCIACTNKE OTO JEIKTN PAlaC AiTtoug PeTa tnv mportovnaon (Mivakag 5).

Mivakag 5. MeTaoAég otn cUOTOCN CWUOTOC TIPIV KAl PJETA AT TIPOTIOVNTIKO TIPOYPAUa
MUIKN G evOuVAaPwaong Kat agpoplag doknang diapkelag 20 eBoouddwy ae
aoBeveic ye Pompe oPiung évapéng mou Adppavav Beparteia ev{LUIKAC
artokataogtaong (Myozyme) Ka0e 14 pépeg KOTA TNV TIPOTIOVNTIKI TIEPINdO.

Z00oTO0oN CWHPATOC Mpiwv Metd
BMD oAk (g-cm-2) 1.164+0.083 1.154+0.077
BMD L2-L4 (g-cm-2) 1.288+0.216 1.319+0.228
BMD pnplaio ootouv 0.891+0.110 0.868+0.121

(g-cm-2)
LBM oAikn (kg)

37.171+9.951

37.343+9.554

LBM Bpaxioveg (kg) 4.733+1.620 5.130+1.619*
LBM modia (kg) 12.095+3.797 11.875+3.755
AiTtog (%) 44.4+12.5 45.5+12.6

BMD: OoTikr] TTukvOTnTa
LBM: ANTtn pada omPatog
*= P < 0.05

ZUOXETIOEIG

ApaoTIKOTNTA NG O&IVNG  O-yAuKoalddaaonc.
YAUKOG10A0NC oTouC IVOPBAACTEG, CUOXETIOTNKE e TO LBM 1wV KATW GKpwv Tipv (r=0,93,
p < 0,05 ZIZxnua 11) koi petd tnv mpomovnon (r=0,94, p < 0,05 Ixnua 11). Emiong, n
OpPACTIKOTNTA O&IVNG O-YAUKOGCIdAONC,

OULVOAIKA GAITtn pala owpatog Tpv (r=0,89, p < 0,05) kau peta (r=0,88,

Institutional Repository - Library & Information Centre - University of Thessaly

11/05/2024 23:03:50 EEST - 3.144.1.58

H JpaotikéTNTa ¢ 0&vng o-
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p< 0,05) tnv



mpomoévnon. Kapia cuoxetion dev Bpednke OUwC HETAED NG dPACTIKOTNTAC O&Ivng O-

YAUKOGI3AaNC, Kal TNG ANTING HAdag TwV AV AKPwV.

Zxnua 11: Jvoxéuon HETAED TNG OPACTIKOTNTOG TNG O&IVNG O-YAUKOOIdACNC Kol NG
OAITING pAadag KATw AKpwv ot 5 acBeveic pye Pompe oyiung évapéng Tmou
AduBovav Beparteia eV(UUIKNG aTmokataotaong (Myozyme) otnv opxr tng
TIPOTIOVNTIKNG TTEPIOd0U 20 €BSOUAdWVY.

Muiky dovapn. O CGUVTEAEOTAG GUOXETIONC METAED GANITING PAlOC Kol TNG MUIKNAC
ouvaung Atav vPnAog (1=0,85), T6o0 TPV 6GO KAl PETA TNV TIEPI0d0 TTpoTIdVNONC, TIAPOAO
TIOU KATIOIOI CUCXETIOUOI TAV GTO OPIO TNE OTATIOTIKNC GNUOAVTIKOTNTAC, TIIBava Adyw TOU
MIKPOU apIiBUoU TwV CUUHETEXOVTWV.

H puilknp d0vaun twv KATw OGKpwv (EKTaon yovatog, Kol dpon Ttou Todiol)
OUCXETIOTNKE ONUOVTIKA PE TNV OTtod00n ot JOKIYACIO Twv 6 AETITWV TIEPTIOTAMATOC,
TIpIv 10 TIPOYpapua Ttpotovnong (1=0,93, p < 0,05 kai 1=0,99, p< 0,01 avtioTtoiXa, XU
12). MapoAa ovtd, HPETA TNV TIEPIOSO TIPOTIOVNONG, N CULOXETION OUTH MEIWONKE o€
XOUNAGTEPQ KOl P anuavtika emineda (r=0,78 ttpiv vs r=0,79 petd p> 0,05).

To mooootd PBeAtiwong TN PUIKAC d0vaung, T000 OTNV  €KTACHN TOUL yovato¢ 660
Kal TNV dpon Ttou TtodIol, deV CUOXETIOTNKE CNUAVTIKA UE TN BeAtiwon otn dokiyaoia

TWV 6 AETITWV TIEPTIOTAMATOC.
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TENOC, TO TTO00OTO BEATILWONG TNC PUIKAG SUVAUNG OEV CLUOXETIOTNKE GNUOVTIKA HE

TO TT000OTO BeATiwong TN GMTING HAaG PETA TNV TIPOTIOVNOT).

a

ZxNUa 12: ZuoxEtion METOEL MUIKNC dUvaung CTnV €KTaon IoXiou Kal Tng OOoKIPOaiag
Badiopatog 6 Aetttwov TPV (0) KAl PETA (B) amd TTpoTIoVNTIKO TIPpoypapua 20
eBOoUAdwV oe 5 acBeveic pe Pompe oYipng évapeng mou Adupavav Bepareia
ev{uUIKNG amokataataong (Myozyme).
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V. ZYZHTHZH

Muikn d0vapn - AEITOLPYIKI] IKAVOTNTO

To KLPIOTEPO elpNUA TNG Tapoloag Epeuvag eival OTI oTnv aoBévela Pompe
oyung évapéng n Aoknon JTopEl va BeATioel TO00 T HUIKA OUvaun 000 Kal TN
AEITOLPYIKNA IKOVOTNTA. apoAo Tou To dciypa NTav HIKPO, N MUK duvaun nrav
METPioIpa BeATIWUEVN TOCO OTa Gvw 000 Kal oTa KATWw Gkpa. ETmMpocBétwg, n amodoan
otn doKipyooia Padiopatog 6 AETTWV NTAV EVIUTIWOIOKA PBEATIWPEV O OAOUC TOUC
ooBeveic.

Eivar aloonueiwto 0TI 0 TEPIOGOTEPO TIPOCPEPRANUEVOC OCGOEVC KOTAPEPE VA
BEATIWOEI TNV TIEPITIOTNTIKA TOL IKAVOTNTA 010 26 o€ 81 pétpa, YETA amd 20 €BOOUAdEC
TIpoTIOVNONC. AKOUO, KAVEIC aoBevr¢ dev TTAPATIOVEBNKE YIa TIOVO 1] KOBLOTEPNUEVN HUIKA
OKANPOTNTA KOTA TN SIAPKEIA TNE TIPOTIOVNTIKAG TIEPIG0U.

H koBuotepnuévn puikn okAnpotnta (Delayed Onset Muscle Soreness, DOMS)
gival éva ToAUpEAETNUEVO @aivopevo (Cheung, Hume & Maxwell, 2003) mou eival
YVWPIUO TO00 0€ aBANTEC 000 KOl Og OTmAOUG avOp@TIOUC KOl UTIOPED VO TIPOKOAED aTtO
MUIKA evoxAuata HEXPI 1oXLupO Tovo. O HPNXOVIOUOC Oev €xel OlOAELKAVOEL, av Kal
Bewpeital OTI TIPOEPXeTal amo TIPOKANGN @Aeyuovrc (Milias, Nomikos, Fragopoulou,
Athanasopoulos & Antonopoulou, 2004) aAAd o0TE €Xel Bpedei N akpIBNC POPUOKEUTIKN 1
GAAN BEPATIEVTIKA OYWYH.

‘ETol @aivetal OT1 n TpoTdvnon UTIoPEi va €ival ATIOTEAECUOTIKA OTO VO QLENCEL TN
MUIK) d0vaun Kol TN AEITOUPYIKN IKAVOTNTO ot acBeveic Pompe oyiung €vapéng mou
UTIOKEIVTOI 0Of¢ Oeparteia eVCUUIKNG UTIOKATACTAONG. AUCTUXWC OEV  UTIAPXEL OTNnVv
BiBAloypagia GAAN avtioToixn MEAETN PE AOoKNON yia Toug aoBeveiq autoug.

H povn oxetikn peAETn (Slonim et al., 2007) avagépel 0Tl N e€Aaknan (aAAd Ox1
OTIO0  EKTIOIOEVPEVO TIPOOWTIIKO KOl HE KOBOPICHEVO XOPOKINPIOTIKA 0O0KNGI0YEVOUC
gpebiopatoc) oe ouvduvacud Pe avénuévn TIPOCANYN TIPWTEIVWY 0dnyei oe atabepoTioinan
TWV CUUTITWHATWY. ZTN MEAETN aUTH, 34 agBevei¢ akoAovBnoav To TIPOYPAUUA auTo yia 2-
10 xpovia Kal PETPAONKE 0 PUBPOG TITWONG TNG MUIKAG AEITOUPYIKOTNTOC TIPIV KOl HETA.
ATIO T oUyKpIoN auTr @AVNKE OTI I CUYKEKPIUEVN TIOPEPBACT KOBLUOTEPNOE T TTTWAN TNG

MUIKNG AstitoupyikoTntag (Slonim et al., 2007).
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MUIKECG TIPOCOPUOYEQ

O ouvduoouog aegPOPIOG AoKNOoNG Kal &vOLVAUWONG OTnv Tapoloa  E€Peuva,
TIPOKAAECE MIa a0&non ot MUIKA dUvaun TwV Gvw AKPWV N OTIoI0 CUVOJEVUTNKE HE
OTOATIOTIKA CNPOVTIKI al&non tng GAITNG PAlog OCWUOTOC OTN CUYKEKPIUEVH MUIKI opada.
H a0&non ¢ puikng dUvaung kKol tng OATNG PAdag owoTog €ival eviog Twv
OVOUEVOUEVWY OpiwV TIPOCGAPHOYNE TWV LYIOV ATOPWY HPETA amd TTOPOUOI0 TIPOYPAUU
aoknong (Narici, Roi, Landoni, Minetti & Cerretelli, 1989).

AvAloya aTtoTEAEGUOTA AQHBAVOVTAL KOl OTI0 GANEC EEEIOIKEVPEVEG EPEVVEC, OTIWC
autn twv Kraemer kat guv. (1997) mou mepIAapBavel tpomdvnon e Bdapn. Ta mapamavw
LUTTOONAWVOLY OTI TO MPUIKO CoUOTNUO TwV GVW OKPpwv otnv Pompe oyung évapéng
olatnpouy éva PeydAo PEPOC TNC TIPOCOPUOCTIKAG TOUG IKAVOTNTAC Ot OXEOn HE TO
QVTIOTOLXO LYIN PEAN.

AULTO €ival 08 CUPEWVIO PE TIPONYOUUEVEG TIEPIYPAPEC EAAXIOTNG dIATAPOXNG TOU
MUTKOU GULOTAUOTOC TWV AVW AKPWV ag oUYKPIoN HE Ta KATw akpa (Wokke et al., 2008).
2V €peuva autr, To 93,1% Twv 00Bevwy TIapouciacay TIPWTAPXIKA SUCAEITOLPYIO OTO
KATw AKpa evw To 27,6% e€ixe TETOIO Aduvadia oTa KATW AKPO WOTE va XPEIAeTal
TIEPITTIOTNTIKO Bordnua.

ErumAéov, amd v mapolca €peuva @aivetal OTI N dPACTIKOTNTA TN O&Ivng O-
YAUKOGIOAONC OTOUC IVOPAACTEG OXETICETAl OTEVA MPE XAUNAEG TIMEC TNCG GAITING pAdag
OWMOTOC KAl OXl JE LYNAEC TIMEG TNG GAITING PAOC CWUOTOC. Ta ATTOTEAECUOTA aUTA Eival
o€ ouPQWvVia pe TelpduoTa Ye aoBeveic (Papadimas, Terzis, Papadopoulos, Spengos &
Manta, 2010) Tou €ixav QUOCIOAOYIKEC TIMEC ANITING PALOC OWUOTOC KOl EKavav Bepartteia
eV(UMIKNAG LTIOKOTAOTOCNC Yio 18 prveg xwpi¢ va HPETABANBoUV ol TIPEG ANITNG padag
oWMOTOC.

2NV €V AOyw UAAICTO epyaaia BpEBNKE OTATIOTIKWE ONUAVTIKA) GUOXETION PETAEY
NG ANTING pAda¢ CWHATOG Kal TG OpacTIKOTNTAC TNG O&IvnG O-yAUKOOIdAoNG o€
KOAAIEPYEID aTIO IVOBAACTEC, TIOP OAO TOV HIKPO apiBud T1wv acBevwv. AUTO iocwg
UTTOONAWVEL OTL N YETPOUUEVN dPACTIKOTNTA TNG O6&IVNG a-YAUKOGIdAONC 0TOUC IVOBAACTEC
deixvel KaAAitepa tov Babud TN PUIKNAG LTIORABUICNG oTa TIo Bapid TIPOCRERANUEVA PEPN
TOL CWUOTOC.

ATO TNV Tapoloa €peuva, €KTOC OTO TNV TIPOKANGN MIOG alENong OTn MUIKN
olvaun TwV Avw AKPWY, QAIVETOI OVTIOETWG OTI N AOKNGN TIPOKAAETE HIO PHEYAAN a0Enaon

NG MUIKAG dUVAUNG TV KATW AKpwv ( > 469%) 1 oTtoia 0ev oUVOOEVTNKE OTIO OAAQYT] TNG
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GAITING MAaC GWUPATOC OTN CUYKEKPIPEVN TIEPIOXT]. AUTO TO OTIOTEAECHUA UTTOONAWVEL OTI Ol
MUEC TWV KATW GKPWV €XOLV XAOEl TNV IKAVOTNTA TOUC va auEAVOUV TNV TIPWTEIVIKA
OUYKEVTPWON.

MapoAa autd, EQOCOV N ATIOPPOPNCIOUETPING SITTAOEVEPYEIOKNG ETUNG OKTIVWV X
HOC TIaPEXEL PHOVO Wia adpn HETPNON tTNE GAITNG PALaC CWHPATOC CE dlAPOPA UEAN TOU
OWUOTOC, TIPETIEI VO EQOPHUOCTOUV TIIO OVOAUTIKEC PHEBOOOI O€ PYEANOVTIKEG EpeuveC. Me Tov
TPOTIO QUTO Ba gival duvatdv va dIAAEVKAVOED av TIpAyuatt cupPBaivouv TIBAVEC QUENTEIC
oTNV GAITIN PAda TwV KATW GKPWV 1 YUIKN LUTIEPTPO@IO PETA amd AoKNoT.

AKOUa, n évtaon A n dIApKeIa TNG AGKNONG OTNV TTOPOUCa EPELVA UTIOPEL va Pnv
NTaV OPKETN YA TNV EUPAVION HUIKAC LTIEPTPOIOC TwV KATW Akpwv. H €&fynon autn
BERaio ATTOOUVOUWVETAL ATIO TNV TAUTOXPOVN ad&non GAITNG PAJOC TV GVW GKPWY N

oTtoia BpEBNKe otV Tapoloa EPeuval.

ZUOXETIOEIG

‘Eva akopa evdla@épov e0pnUa aTnv Topolod £PELVA, TO OTIOI0 OTIAITEI TIEPAITEPW
MEAETN, €ival OTI n MUIKN OUVOUN TwV KATW OKPWV CUCXETIOTNKE ONUAVTIKA HE TN
doKiyacia Badiopatog 6 AETITWV TPV amtd TNV TIPOTIOVNTIKN Tiepindo. H cuoxetion auth
OHWC MEIWONKE g€ XOUNAO KOl PN ONUOVTIKO ETTITMEdO WETA TNV TIPOTIOVNTIKA TEpiodo. H
BeAtiwon NG MUIKAG d0vOPNG OTNV £KTAGN YyOVATOC KAl I0Xiou Ogv OLUVOJEVUTNKE aTO
avaAoyn ao&non atnv anodoan tng doKiyaaiag Badiopatog 6 AETITWY.

AVTIBETWC, N CUCXETION METOED ANTING PAJOC TWV KATW GKPWVY KAl amodocng g
dokiyaaiag amddoong Badiopatog 6 AETITMV ATAvV LWNAL KAl CNUAVTIKA, TOC0 TIPIV 000 Kal
META TNV TIPOTIOVNTIKN TIEPI0d0. AUTO LTTOONAWVEL OTI N AMITIN PALO CWHATOG GE TETOIOUC
000evei¢ OXETI(ETAI TIEPICOOTEPO UE TNV ATIOd00N TNG dOKIYACiag Padiopatog 6 ATV
om’ OTl PE TN MUK duvaun.

EmmpooBétwg, n avénon g MPUIKAG OLVAUNG TWV KATW GKPWV EETIEPACE TNV
avapevopevn adénon Twv Gvw GKPWVY KAt ToAD. AutO propel va €€nynBei omo To
XOUNAOTEPO APXIKO ETTTTESO HUIKNC SUVOUNG TWV KATW AKPWV.

Z1nv BIBAloypagia €xel TIEPIYPAPEl EKTEVWC OTI N al&non oTn MUK duvaun, w¢
OTIOTEAECHO AOKNONG, €ival avTIoTPOPWC avAAOYN TOU apXIKOU ETUTIEOOU MUIKNAG dUVOUNG
(Enoka, 2002). H amwAsla PUIKAG PAOC TV KATW AKPWY @AiveTal va gival o KOPIog
TIOPAYOVTOC TIOU €XEl WC OTIOTEAECHUO TNV OTIWAEIN AEITOVPYIKAG IKAVOTNTAC OUTAC TNG

MUTKNC opdadag.
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H OUVOAKK OGTIKI] TIUKVOTNTO TWV 0CGOev@V OtV Tapolca  €psuva ATaV
QUOIOAOYIKN. Tap' 6Aa aUTA 1 OCTIKA TIUKVOTNTA TOUL PNPEIAIOL TAV EAA@EPA XAUNAOTEPN.
Ol OKEAETIKOI PUEC TIOU EK@QUOVTAl OTNV TIEPIOXT] TOL IoXiov TIPOCRAANOVTAI TIEPIOCOTEPO
otnVv Topeia tN¢ aoBévelag OYIUNG Evapeng HEIWVOVTOG £TAl TO PNXOVIKO €pEBICUO TIOU
O0éxovTal To 00TA OTO GUYKEKPIUEVO PEPOC TOL owuatog (Case et al., 2006).

H xpovia pgicwon Tou unxavikol €peBiopaTog £XEl OUVOEDE e XaUNAOTEPN OOTIKNA
TIUKVOTNTO KOl N AOKNOT MTIOPEl va AEITOUPYNCEl Kal w¢ Begpatteia oe ndn vmdpxovra
TIPOPBAAUATA OCTIKNC TIUKVOTNTAG. TMapOAa auUTA O HNXOVIOUOC aUTOC OEV €XEl OKOPO
artocanviotei (Gross, Poliachik, Prasad & Bain, 2010).

Emiong n ootk TIUKVOTNTO Ogv AAAOEE PETA TNV TIPOTIOVNTIKN TiEPIodo OUTE Of
TiMed0 OAOU TOL CWPOTOG OUTE O¢ ETIPEPOUC ETTITIEdA. H TIPOTTIOVNON aVTIOTOONG TIPOKAAEL
a0&non oIV 0CTIKA TIUKVOTNTO O LYIN AToua OTWG €£0eiée €peuva (Dalsky, Stocke,
Ehasani, Slatpolsky, Lee & Birge, 1988) 6mou 35 yuvaikeC aokoUVTaV yid [ia Tiepiodo 9
Kal 22unvov. ATIO TO ATIOTEAECUOTO TNC £PELVOC OAUTHC QAVNKE PBEATIWON OTNV OCTIKN
TTIUKVOTNTO KOl OTIC VU0 TIEPITITWOEIC Ttap’ OA0 TIOU XPEIAETal PEYOADTEPN TIPOTIOVNTIKI)
TEPIOdOC WOTE TA ATIOTEAECTUATA VA gival petpriolpya (Conroy, Kraemer, Maresh & Dalsky,
1992).

‘ET01, n éANAelPn aAAQyng oTnv OCTIKN TIUKVOTNTA OTNV TIapo0od EPELVA UTIOPEI va
O@EIAETAI OTN OXETIKA HIKPI TIPOTIOVNTIKN TiEPiodo. To BEua autd TTapPAPEVEL ACAPEC KOl

TIPETIEL VO OIEEOX Ol OTO BEUA OUTO TIEPAUTEPW EPELVAL.

> WHATIKO AITTOC

To ocwpaTIKO AiTtog, oTnv Ttapovaoa, Epeuva dev AAAae pe Tnv doknan (Mivakag 4).
To OwOTIKO Aito¢ €&aptdtal Kupiwg amd To 100J0YI0 HETAED TIPOCANYNG Kal
KOTOVAAWONG EVEPYEIOG.

2V mapoloa €PELVa N TIPOCANWN evéEPyelag Ogv eAeyxOTav. Na 1o Adyo auTo
Bavov va auv&nOnke n TIPOCANYN evépyelng AOyw TNg mpomévnong. Map’ OAa autd,
ETMEION OV AAANOEE KOTA TNV TIPOTIOVNTIKA TIEPIOOO N OULVOAIKA GAITIN PAlo CowWUATOC,
MTIOPE( Va 1I0XLPICTEI Kaveig 0TI dev Ba TIPETIEL VO AVENBNKE KAl N TTPOCANWN EVEPYEIOC.

H dmoyn auth €ival og oup@wvio Je TO ATIOTEAECUATO EPYATIaC TIOU EDEIXVE OTI N
TIPOCANYN €VEPYEIOG OXETICETOl HE TNV GUVOAIKN GAITn pala cwpuatog (Johnstone,
Murison, Duncan, Ranee & Speakman, 2005). Katd CULVETIEID €ival OVOUEVOUEVO OTI N
OAIKI] KOTAVAAWGT €VEPYEIOC OV EXEl OANAEEI OTATIOTIKWG CNUOVTIKA KATA TNV AoKnaon,

OQrVOVTOG TO GWHATIKO AITIOC OUETABANTO HYETA TNV TIPOTIOVNTIKI] TIEPINDO.

Institutional Repository - Library & Information Centre - University of Thessaly
11/05/2024 23:03:50 EEST - 3.144.1.58



33

MePIOPICHUOI TNG EPELVNTIKNG EPYATIAG
Av Kal ard ta TTapovTa 0eD0UEVA QAIVETAL VO UTIAPXEL EUVOIKN ETTIOPACN OTIO TNV
EKTEAECN €VOC TIPOTIOVNTIKOU TIPOYPAUUOTOC Ot acBeveic pe Pompe oyiung €vapéng,
UTTAPXOULV OPKETA BEPATO TA OTIOIO eV PEAETAONKOV OTNV TIOPOUCa £PELVA Kal XPEIAOVTal
va SIEVKPIVIOTOUV TIEPAITEPW.
e Agv KaATéaTn dLVATOV va eKTIUNOEl dueca n agpofla IKAVOTNTA TwWV acBevwv, N
OTIOIa - I0W¢ — va AAANAEE AOYW TOU TIPOTIOVNTIKOU TIPOYPAUMATOC.
e 'Evag OeUTEPOC TIEPIOPICHOC TNG EPELVACG Eival 0 UIKPOC apIBUOC SOKIMOOPEVWLIV,

KOBWC ETTIONG KAl N EAAEIPN OUAdOC EAEYXOU.

Mpo@avwg XPEIAETal TIEPAITEPW EPELVA YIO VA OIEUKPIVIOTEL N onuacia Twv
TIPOCOPHOYWY TOU TIPOTIOVNTIKOU TIPOYPAUUOTOC O OuTOU TOU €idOUC TOuC OOBEeVEiC.
ETtiong mpémel va SIELKPIVIOTOUV Ol TIAPAPETPOL TIOU Ba EKUETAAAELTOUV TIC TIPOCAPHIOYEC

NE AOKNONG, XWPIC Opw va BAAoLY Og KivOUVO TNV LYEIO TWV AoBEVOV.
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VI. ZYMINEPAZMATA

Ta ouyTepACUATA TIOU TIPOEKLUWOV aTOd TNV HEAETN TNC Odlepelivnong Tou
ouvduagopou TN¢ doknong, TNE diaitag Kal tng €v{UUIKNG LTIOKATACTAONC, Yia TBava
OeTIkA amoteAéopata oTnv EEEAIEN TNC VOGOU Pompe Kal GUYKEKPIPEVO OUTA TIOU APOPOUV
TN PUIKA d0vaun Twv aoBevwy, oTnv agPOBia IKavoTNTAa Toug Kabw¢ Kal atn Badion Toug,
gival Ta akoAouba:

e Ta amoteAdéopata Tng mopouaac £pevvac UTTodnAwvouv OTI N aoknan Bondd otnv
BeATiwon NG PUIKAG dUVAUNG Kal TN AEITOLPYIKNG IKAVOTNTAC O OCOeveiq pE
Pompe oyiung évapénc.

e daivetal OTI N PUTKN 00vVOUN aUENBNKe TIEPICOOTEPO OTA KATW AKPA, TIOAV®OG AOYwW
TOU XOPNAOGTEPOUL OPXIKOU ETUTTEOOU OUVOUNG.

e O1 oANayEG Ot MUIKA pada sival TiBavotepeg oTa Gvw AKPA a@ou auTd eival

AlyoTEpa TIPOCRERANUEVA aTIO TNV aCBEvela.
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