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MNPAKTIKO
TPIMEAOYZ EZETAXTIKHE EMNITPOMHE
F1A THN KPIZH THE METANTYXIAKHE AIATPIBHE

Mg Apyupoic Kpaoé

H pipeAng eSeraoTiki emtpotr, Tou opioke amd m MI.E.L. Tou TpRuaroc
Emomung Puoikis Aywyng kai ABAnmiguolG Tou Navemornpiou ABnviov ot
ouvedpia g 4/10/2012 yia v kpion xar afioAdynon TG LETATITUXIOKAC Siarpifric
G k. Apyupous Kpagé [e Titho: «Emidpaagn g Goknons kard 1 SiGpkea me
Oepareiag evEUIIKIG UTOKATaoTaons o aoBeveic pe véoo Pompe EVIIAIKIIG HOPPHC
amorehoUpevn amd Toug K. 1. Tepdn Evrikoupo KaBnynm Tou Tprpatoc Emomung
Guoikig  Aywyng kal ABAnmopol tou flavemotnpiou ABnvav  (emBAETwWY),
K. K. Zméyyo AvamAnpwt) KoBnyntic g latpikris ZxoAng tou [Mavemotnpiou
ABnvwy, k. M. KookoAol Emrikoupn KaBnyrrpia tou Turuarog EmoTapne Duoikig
Aywynig kal ABAnmigpou Tou Mavemornuiou ABRvay, exAnBnoav orpepa 25/01/2013
nuepa Mapaokeury kar wea 12:30 Gotepa amd emionun Eyypapn TTPAOKANON TT0
ApgiBearpo E.Maudivy tou Tprduartog Emotipng PuoikA Aywync kai ABAnncuou
Tou [lavemamnuiou ABnviv, mpokelpévou va kpivouv kai afilohoyricouv TV
Trapamavw SiarpiBa.

Meta amo GieodikAy oufnmon xar aviaMhay amowewv Ta uEAR g
ECETOOTIKNG EMITPOTIAG KaTtéAnSav o1t n kpivopevn BiarpiPr TANpoi Ghouc Toug Opoug
EKTTOVAONG TG, EIVOI TTPWTOTUTIN Kat TTPOAYE! Triv EMTTNHOVIKA YVIHonN Kai we €K
TOUTOU KPivETAl aTWOBEKTH KAl EYKPIVETQN,

Ta peAn g e§eTao KIS EMTPOTIAL!

f. Tepdng, Ewikoupog KaBnyntrg, MNavemoTipio ABnviov (emBAETWY)

K. Zméyyog, Avarinpuwrrig KaBnynmig, Mavematiuio ABnviav ﬂ(v@q} )
B L */ /’-’f::l'

M. KooxoAod, Evikoupn Kabnyirpia, Navemoripio ABnviv Cﬂ:,;;és%
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EYXAPIZTIEZ

Appka, B0 M0eka va evyoplotico Oeppd Ghovg tov acbBeveic mou
cbppeteiyov omy zrewpoponk dwdikaoia, 1o Ivonitovte Yyelog tov Hodiod
Abnvov Eldddoc ko to Erasmus MC, Rotterdam, Oldavéiag, mov mopeiye 1ic
yeveTikée avaivoes, Yl yopls v toldtpn Borfewd tovg, 1 epyacio avty de ba
pmopovoe va  vhomowmbel. Emiong, 0o n0shu va svyapiomicw tov emfiémovia
keOnyn pov, kopo lepacipo Teply, yio thv nodvmign Porded tov, xubbg kat yia
OV Kuvovpylo dpopo mov pov Gvolle OTHV EMCTNHOVIKY] KOWOTNTE Kot yitt TV
gpmotoovy nov £0ele oto npdomito pov Y va avardfo v exifleyn avtdv tov
aclevav. Axoun Ba Beka va suvyapiotiicn ™y kednyitpe wpw Havayiere Maved
Kol tov avoamdnpot) xalnynm kopio Inéyyo Kovotoviivo, ywu mig moddmipec
oupPoudég Toug ko Ty exikovpo kabBnyirpa, xupie Mapic Kookolov, yu miv
vrooTAmEnR kot v xuBodiynon wov pov npémps—:ps' 1000 cg wpoommKkd 600 Ko
axadnuoixd exinedo. Emmifov, Bu MBeka va svyapioticn O6ko 1o moudid Tou
gpyaohpiov, Ayyshuny Traowaxy), Zmopo Mebevim), Niko Zdpo xadohg kot toug
oAl keAiotg pov gilovg Peyyiva Koviovpm, AiéEavipo loavvion kol Zrvpidotia
Nzedumépu kar Povowd Fledva yio v Ponfsie ov pov apooepay Kutd Koipovg

gty dielayoyn tov teTpNoeny Kut 1) cLALOYT TV dEdoUEvmV.

Téhog, or Oeppdtepec HOV EVYAPICTIES AVIIKOLY OTIV OIKOYEVEIR HOV Yo TNV
voaPiEl], 10 KoUpayo kel T Ghvapn mov pou divouy kalnuepve yio ve cuveyicw

v ayoviCopal, va Tpoonabo kot va BeATidvopot.
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Y1ov mutépa pov...

Oda dika poc eime o &Evog. Ola tov
KOGHOD TODTOU KOl TOUS VEKDODS HOS TOUC
Kovfaldue péoa pag ywpic o xdpoc va
orevedel,  yopic va  fSupaivovus
auveyiCooue ty {wn tovg arnd g fofiic
OTOEC KO TS Epyues pilec, ki toug

(i, T Siki} Hac aKépIo Heg atov Klio...

Orav épyetar o Eévog (1938),
Amdonacua and ty otk cvilioyn

" Térapmy digotaan’’ tov iavvy Pirooo.







EHIAPAZH THX AXKHIHI KATA TH OEPANEIA ENZYMIKHZ
YHOKATAYXTAXHE LE AZOENEIEZ ME NOXO POMPE ENHAIKHE MOPOHE

Mepitnyn

H véoog Pompe eivan pua onavia kAnpovopiks) auTosmputkt] BIoALmopevy Swetapoy
7 ozola opeiletal oTV AVERAPKELR TOV Avcocmpikol eviipov 6Evn a- Yhvkoolddaon.
Ta Wavica copntdpata mg vosov Pompe rowilovy avidoya pe v nhwia dvapéng,
0 Opyava otdyovg mov Exovv vrootel ™ PréPn kabdc xar o pudud sEfMéng g
Swrapayig, NEe UMOTEAECUR VO DRAPYEL UEYGAN QOvOTLIKT motklhopoppia doov
agopt ™ Papdmre xar ™y tayhmTe eEEMERS e v evilikn popey] g vooov,
10 KDOpto gountapa sival 1) dvohettoupyia Twv oKeAeTIkOY HubdY 1 omoia Susyepaivet
THY KIVITIKOTNTU Kol TV GVOAVEVGTIKY] Agttouvpyio tov aalevdv pe cvvénew v
advvapio extéheong xubnuepwav dpuotpromytev. Ot aoleveis xatadijyouy,
cuoviifmg, amd TV aVETAPKEW TV avervevoTikov poav. flpy amd g6 ypovia
eykpilnke n povadiky péypt ofpepe Bepaneio evlvpkig vrokatdotacng (Myozyme,
Genzyme, USA) pe v onofe goivetamr ow, tovAdyotov, otabepomoisitor 7
Kutdotaon avtov tov aclevov. H Beparcio hapBdverar pe evoprifiua &yyuon tov
gopuaxov xulbe 2 efdopadeg. Qotdoo, peréteg oe mepopetdilowa deilav o1 n
QROPPOONOT TOV PAPUAKOL atd TOVS CKEAETIKONG HuG dev £ival EnUpKS, KATL Tou
iomg guvBieTal pe TN FUUTAT CMOTIKT poT] otobg oxeketikode pug Kath ™ Stdprein
g evoopriPiag Eyyvong 1ov gappaxov. H copatual doxnon npokoiel avénon g
QHHaTIKg potig OToug aoKobpEvoLg g, Zuvendg, sivar £0Aoyn N Swrhrwon g
vnoleong Ot 1 Amie cOUUTIKY Goknon katk 11 Sapkea g evdopriéfiag éyyvong
00 papuikov icwng PonBd omy kaidtepn amoppdynon Tov QApUEKOD amd Tovg
epyaldpevoug po, xou emopévac, iowc fehnubver ™ Asttovpyikn ikavéthto Twv
aofeviv. Txordg mg nopodong pekéTng fray 1 Siepedvron g enidpaon g fmiog
cwpaTiKlg Goxnong katd T dwdpkewr g evBopriiPuag Eyyuong Tov puppdkon
evlopknig VIOKaTAoTAOT)S OT PuikY d0vapn, TN copenky oloTaon Kol TV
ikavotnra Padiong oe 6 Aentd, oe aobeveic pe vaco Pompe evijhikng popotg. X
pehétn ooppetetyav 5 aobeveic (50% tov ghhnvikod mAnBuopuol Swyveopéveoy pe

vOoo Pompe), ou orolol fjtav eviaypévor e mpdypappa eviopuis Oepomeing kot
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CUCTNUOTIKIG CWUOTIKNG Goxnong Tovhdyotov v 12 phvee, ko giyov otabepic
Tipég  puikhc  Olvaunc, COROTIKAG ODCTOONG KO ASLIOVPYLKHS  wkavoTnTag,
ovhdyiotov Tig terevtaicg 6 efdopdades npwv v EvapEn ™mg mapépPacng (T1). Ou
aoleveig avtol extedodoav modnhacin 307 kol aoxOEI] UE avTIGTACE KUtd T
Sdpxeia g Eyypong Tov guppakov (xabe ddo efdouddec), yia 26 £pfdopddec, svid
napidinio ouviplov va oaokobviar e emifleym, cvomuatikd, 3 gopéc mv
efoopdda. Ipw (T2) xat petd (I3) and v aopepfatcy mepiodo afiokoyibnke 1
ICOHETPIKT puikT) Shvaun o puikég opddeg Tov dvo kot Kite dxpav, 1) kavoéTia
Padwmg oe 6 lenta xubdc ka1 M coponk cbotash. And v afwidvnon tev
anotedsopdtov pe aviiuon Saomopag enavaiapfavopevey petphioeny, Tposkoye
ot n egaunvn wpomovn ik napepPatiky nepiodog xutd T didprein g eviopréPiag
£y uomg TOV popudkov dev em@ipel Kupin oTanoTikG oNRavTIK] aAlay oty poikh
Sovapn Tov ave (). keprmpeg aykdva T2: 15,9 + 4,5kg - T3: 16,1 * 6,1kg) xut
Katw akpwv (my. exteivovieg yovarog T2: 8,4 + 1.9kg - T3: 8.8 + 2,5kg), oy
ebddhemm Soxpacia Padwong (T2: 519 & 68m - T3: 529 £ 66m) kabde¢ ku om
COURTIKT o0oTaoT Tov aclevav (y. dhamn pdle T2: 41,21 & 11,12kg - T3: 40,64 +
10,80kg). Ta amotehiopata avtd vrodnidvouy 6T 1} GOKNoT) Katd 1 S1dpKEL TG
Bepuneio, evippikig vnokutdotaomg iowg dev smpépst Asttovpykés adlhuyis oTong
acBeveic pe vooo Pompe evijlikng poppiic o oroiot akohov8olv cuUCTHHOTIKG

rpdypappa doknong kot eivat eviaypévol e Oepansia evivpung vrokatdotaong.

Aéleig Kdha10rd: vooog Pompe, Oepancio evlopukic vroxatdataong, Swtapuyi g

OEvig - YAVKOGIBAOTIC, COPATIKT AoKnoT
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EFFECTS OF EXERCISE TRAINING DURING INFUSION ON LATE-ONSET
POMPE DISEASE PATIENTS RECEIVING ENZYME REPLACEMENT THERAPY
Argyro krase

School of Physical Education and Sport Science, University of Athens, Greece

Abstract

Pompe disease is a rare inherited autosomal recessive disorder caused by deficiency
of acid a- glycosidase enzyme and hence leading to the lysosomal accumulation of
glycogen and abnormal autophagic function. The clinical symptoms of Pompe disease
vary with age of onset, the target organs suffered damage and the rate of progression
of the disorder, resulling in a great diversity in phenotypic severity and speed of
progression. The late-onset form of the disease is characterized by progressive _
skeletal and respiratory muscle dysfunction with consequent inability to perform daily
activities. Respiratory failure is usually the cause of significant morbidity and
mortality in this form of the disease. Since 2006 an intravenous enzyme replacement
therapy (Myozyme) has become available, which showed to at least stabilize the
condition of these patients. The treatment is obtained by intravenous infusion of the
Myozyme every 2 weeks. However several animal studies have shown that the
absorption of the Myozyme from the skeletal muscle is not sufficient. This could be
associated with low blood flow to skeletal muscle during intravenous infusion.
IZxercise cause an increase in blood flow to active skeletal muscle and hence could
improve the incorporation of exogenous acid a-glycosidase intlo the muscle fibers of
the exercising muscle because of increased local blood flow. Our hypothesis is that
moderate exercise training during enzyme infusion might increase the effectiveness of
the ERT therapy and might further improve everyday function capacity and muscular
strength in these patients. The purpose of this study was to investigate the effects of
moderate exercise training during infusion of ERT on muscular strength, body
composition and 6 minute walking capacity on late-onset Pompe disease patients. The
study includes 5 patients (which equal 50% of the Greek population diagnosed with
Pompe disease) who were abusers of enzyme therapy and regular physical activity for
at least 12 months and had constant values of muscle strength, body composition and
functional capacity at least 6 weeks before the start of the intervention (T1). These

patients performed 30’ cycling and resistant exercise during infusion once every 2







weeks for 26 weeks while in addition they continued exercising consistently under
supervision 3 times a week. Before (T2} and after (13) the intervention period, body
composition, isometric strength and 6 minute walking distance were determined.
Analysis of the results revealed that none of these parameters changed significantly
after the 6-month intervention period. Elbow flexors (T2: 15,9+4,5kg - T3: 16,1 +
6,1kg) and knee extensors (T2: 8,4 = 1,9kg - T3: 8,8 + 2,5kg), the six minute walk test
(T2: 519 £ 68m - T3: 529 + 66m) and body composition (lean massT2: 41,21 £ 11,12
- T3: 40,64 + 10,80). These results suggest that exercise training during infusion may
not add significant functional changes in late-onset Pompe patients receiving ERT and

undergoing regular exercise training.

Key words: lysosomal storage disease, acid maltase deficiency, muscular strength,
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Eridpamy tye Gornens kard my didpreia vjg Gepameiag evinpikdic vroxkardoranys ot aoblsvelc ue vdoo Pompe

1. EIZAFQIH

H véoog Pompe givar pio onavia
KANPOVOMIKT] QUTOCHOMIKY] UTOAEIIOUEVH
datapayt 1 onola opefetal om pepa) 1
OAMKI] CVETHPKEW TOV  ADCOCGMOILIKOD
evlidpov 6&wvn a- yivkooddon (GAA)
(Alfred et al, 2007). Evodlaxtkég
ovopooies ovwmic TG vocov  givoa
«yivkoyovioon orov [y kot «avendpkeia
g 6&ivng paitdongy (Van der Ploeg xau
Reuser 2008). H kiaouc Ppepuci popyn
me  petefohkig  vooov, mEpryplgnke
appkd and tov OAAavOknig Kotoywyng
nodoroyo J.C. Pompe to €rog 1932, and
TOV OMOIC 7MPE Kol TV Oovopasia ng
(Pompe., 1932). H onavidtta g vooow
Pompe npoxdmist and v cogvotTnio
exdroong ™ Swrapwyis, 1 onola
mowirer petald dwpopetikdy winbucioy
(Ausems et al, 1999). Avodpopikég
neréteg Katéypayay vynAdTepn
CUXVOTITA EUEAVIONG THE VOTOL GTOLG
Appo-apepcavois {1:14.000 yevwios),
evn, avrileta otoug AvoTpudoig 1 vooog
aut]  gaivetar v £yel  wkpoTEPN
oUYVOTI T 1:146.000 YEVWNGELG
{Hirschhorn et al., 2001). Xtoug 'eppa-
voug ko toug Kwélovg 7 ovyvotya
exdfAworng g vooou eivar  mepimou
1:40.000  wxor  1:50.000 yevvioeg
avrictoyyo (Mellies et al., 2009).

H &wyvoon g vooov Pompe
viveTal pe THV aviyvevon TG HEMUEVNC
dpuompidtyrag tou evidpov oEwm a-
vAvkoo1daon os xoAhépyseg wolootov
1} ot upyu, svdd 1 excinbdevon ko
emPePainvon; g vooov yiveten pe
avaivon DNA. H éldevyn tov evlduov a-
yhokoodaon odnyel oe  aveléleyx
oLGCRPEVOT]  YAUKOYGVOL KOt QUTO-
paywod vAkod otovg 16100 (oxeietikol
uieg, xupdid, Amup, KTA.), NE AROTEAECUN
va napotpeiter npoodevtiky eEaobévnon
KOL ASITOVPYIKT] OVEMEPKEW QUIOV ToV
wtdv (Kishnani et al., 2006, Van der
Ploeg a1 Reuser., 2008). Toa xhwixd

EWIAIKNG HOPYRG

coumTOpate TS vdoou  mowiAiouy
avahoye pe v nhkia Evapéng, o opyava
nov Eyovy vrootel ™ PAaSn xebdg ka o
poOud  eEéhEng ¢ OSwrapayfc, ps
anotéheopa 1 vooog Pompe va £yst
UEYGAT QavVOTVLTIKT] Tothopopein doov
apopt ™ Popimte Kor TV ToyxdTRTe
eEEhéng g (Hirschhorn et al., 2001). T
Bpepuct] popon wpoofdiieral kuping o
kopdkds  pPUC  HE  omOTEAEOUR  TIV
KotdAnEn Tov  veoyévviton  ustd  and
uepwovg piveg Lanje. AvriBeta, 1 evijhin
pgopp} g véoov  &xer  mmdtepo
guprtopete 1a onoie sviomiloviol kuping
OTOUC OKEAETIKOUC HUE.  TuyKekpudva,
oy xafuotepnpévy 1) oynpn vapén e
vooov Pompe 10 xipie ovprtdpato sivo
1 odvvapio TV GKEAETIKGOV LUV, 1) 01toia
emnpedler TV KWNTIKOTHIA Kot TV
avaRVEDSTIKY  Asttoupyin tov  aolevav
{zpooPorn Suppldypatog), L anotEéleopa
ot wobevels vo  unv  pmopodv v
gkterboovy TG xalnuepwic  toug
dpactnpomreg  (Mallies xw  Lofoso,
2008).

Ta tedevrain 6 ypoévia, 1
Oepameuniky)  QVTIHETOMON TG VOOOU
Pompe  Booiletn oy eviyuuxh
VRAOKATACTACT ¢ U~ YADKOOWBAoNg UE
avaouviuoouEvn  popen tov  evivpov
(Amalfitano et al.,, 2001, Winke et al.,
2004, Merk et al., 2007). H Bepansia avtn
gxst arrGEer o onpovnkd Bebpd v
nopele ot £€EMEn thg vocov kubibg
HEPIKA and TO OULUATOHATO TG VOGOL
Pompe twv evniikev &yovv mapovoudost
vrootpogn (Merk et al., 2008). Qotéoo, n
Perrioon Tov ovpmtopdtov dev eivan
BéRawm 1o dhoug toug aodeveic. H yevian
gikéva amd T puéxpt onuepa eunepin pe
N XopiyneT 10U pappdxoy eivot 1 petd
and i apykr Peitioon vmdpysl pio
otabeponotnion Tev ocvpmtopdTov Ko,
iomg, e kabvotépron g eEfhing g
vooov (Bembi et al., 2008, Schoser et al.,
2008, Van Capelle et al., 2008, Platt xm
Lachmann, 2009, Papadimas et al., 2011).




H Oepancia  evlopuaic  vroxa-
tactacng  AapPaverar pe  evdogrifa
£yyvon Tov papudxov kabe 2 efdopddec
epopov Lofg  (Kishnani et al., 2006,
Schoser et al., 2008, Merk et al., 2009). Ot
EPELVTES, iposnabhvtag va epunveboouy
0 YEYOVOS TG HETPWIG  OOTEAS-
ouonkdmIag ovmg e BepamevTikig
QVTILETOMIOTG SieEnyayay  peléteg og
nelpapatolme T anoteAfopate TV
omoiwv &8sifav OTL 1) amOppSPNGY 1OV
Pupudroy and Toug OKEAETIKOUS pug Sev
etvar groprng (Fukuda et al., 2606, Drost
et al, 2008), yeyovoc to omoio iowg
CUVOEETUL UE 11 YOUNA] QUuoTiky) pov
OTOUG OKEAETIKOUE HUC KATA TN ddpKeld
™ evdopréfag dyyuong ToU Qopudxov.
H copati doxnon mpokadel aténen g
uaTiKic  pofg  OTOVE  QOKOVUEVOLG
oxehleTikovg pog (Saltin et al., 1998, Gail
et al.. 2004, Laughlin xout Roseguini,
2008). Zuvenarc, sivon edhoyn 1 dwarinmaen
™5 vEdfeong OTL 1 MK CEUATIKY AoKNGY
ket ) ddpren e evoopriPiag Eyyvong
T0L papudkon icwng Pondd atnv kaliepy
anoppoOP o TOL  QAPHAKOL Ul TOvg
UOKOUHEVOUG HUG, KUl EMOMHEVES, (GO
Behtudver T AEITOVPYIKA KAVOTHTA QUTHY
v aclevav. (Qotdoo, auti 17 EPELVITIKT
vrdBeot) Sev £xer pehetnBel péyp onjpepa.

Extog and 1t Bepancia svioprg
vroxkataotaong Exovv apotadel kot dAleg
napepfdceg v ™ Behtioon g
AEITOVPYHCAG IKavVOTNTOS TV asdeviy pe
véco Pompe evijung  popgrg. H
COUOTIKT]  Goxnen kar 1 Swrpoen
aRoTeholv  evoAAOoKTiKoDg  TpOTOuG
QVTHETOMONG THS vOoou Yo T Pektionon
™M KWNTIKNG KOt QVORVELOTIKTG
Suoyépewg tov acfsvev (Slonim et al.,
2007, Terzis et al, 2011). Tho
CUYKEKPIUEVA, 1] CUCTHUOTIKY GOKT)OT] HE
emifheyn (cepdfr kol pe aviotdos)
pmopei va Bedtuboer we ko 40% T poikn
dvvapr ovtdv tov acbevov, petd and 20
efdopddec doxmong. INapdpow Betkd
anoteAéopate  gaivetn  6m €x;1 1

Ewsaywyy

CUCTIHUTIKY) GOUATIKG  GoKNon oty
g&adentn Soxpaoia Badiong (Terzis et al.,
2011)., H  Oemxy exidpaon g
GUOTIHATIKIG COUATIKNG GOKNoNG oV
AELTOLPYIKY] KavotHIe  auidv eV
acbeviv £yl xabepoos my doxnomn g
éva avaroonaoto MEpog g Bepansunikaig
QVTIHETAOMIONG THS vooou Pompe svijlikng
uopopic. e mapaderyua, éva tocoostd tov
EXavav aoBeviv pe v evijAkn popgn
g vooov, axciovfodv éva cuoTnuaTikd
TPOYPUPUE  OWUOTIKYG  GOKTOTS  HE
gmiffleyn, 1o onoio nepopfaver agpdPieg
QUGKNGELS KOt GOKTIOE UVTRHG
gvbuvapwons. O cuvdvaopog g Bepa-
neiag evOuuu|g amoxatdoTaog Kut TIg
COHATIKIG  Goxnong  wpokaiel o
orafeponoinon  kxumr  Perrivon TV
CUUTTORATOV HETd and Eva BidoTue Tov
Kopaivetat and 6-12 pijveg (adnpocicvta
dedopéva). Omwg avapipdnke wmo mive,
TAPUUEVEL Gyveot 1} mbow enidpaon g
EKTELECTG OCWUUTIKNG (OKNONG KATE TH
duaprewt TS EYXVOTC TOV PUPHRAKOL GV
puikn) §Ovapn, ™ Asttovpyik wavotnta
Kol TI] COPUTIKT] oVoTaoT) oV aclevav pe
mv evijMKT popen g vocov Pompe ot
onotot £xouv otaleponrowmbel doov apopd
aUTEC TIG IKOVOTI|TEC.

1.1 Opwopog xan SraTdnwoN TOV
epeoviTikoes pofifqparog

H nopodoa perénn oyedidomke v
Siepevviicer v enibpuon g fmag
COUATIKNG AOKNOTG KaTd 1 StdpKew g
Eyppong  tov  poppdkov  evlupuaic
vroKkatdotaong, oe oobeveic pe voco
Pompe evilucng popefig, om  pvia
dovaun, 1 copank chotecyn Kol THY
wavotnie fadong 6 Aentdv wg deixtn g
Aertovpynaic  wavotnzog.  Katdé
Suipxewr g Ogpancing svlvpudaig
unoxardaTaoyg  Ttwv  gofevev 1o
TPOTOVIITIKG TPWTOKOAAD 7OV eQapuld-
otrnke nepthapPave aepdfur acxnon 30°
kofdbg ko aokioeig puikhg evéuvipwong.
H endoyl outod 1ov  mpomovnTikol




Exidpacn e daxqons xard v didpreia s Ospansiog evivuss smokardotass o8 aolieveic ue vooo Ponpe

apwiokGriov  Eytve ue  fdon 1o
TPOTMOVITIKG  APATOKOAAO 7OV KO-
LovBolv ov acBeveic 1tpewg popéc
sfdopddu xubhg ko v emdiwdn v
abEnomn TG GipaTIkiG  porg  Tov
embubkovpe vo metdyovpe. Onomg eivan
KaAd Texunprepévo 11 GoKNoTn mpokaiel
abEnon m¢ apaTnkng pong péow TG
pelmong g neppepKn|g avtioTaong ®ov
odnyel omy  oayyeodiaoTori] omg v
evepyela Huikég ouddeg Le amoTEAEGR VO
avEAVETHL 1) CPATIKY] POT] TTOVG EVEPYOUS
pug (Galbert et al, 2004, Laughlin ko
Roseguini, 2008). To =pomovnnikd
TPpOTOKOAAe XoTd TN SWpKEW TG
fepaneiag  evlppixic  vmoxdaTAGSTOONG
repeapfove kot tpeig Paoikés aoKNoEL
eviuvaipmong Yie T katw dxpa (Wbyw g
gvoopAiPag  Eyyuomg  TOU  QOPUAKOD
nopatnpeitar dvoxolia omjy  eKTELECH
aoKNGENY EVOUVARMONG YU 10 ave AKpa
xkafoOg pmopel vo TOPoOVGINCTEL EMITAOKN
omyv  dwbikacia TG PUPHAKEVTIKIC
Bepaneiag). H duiprewr ¢ ovvdvaotikig
Oeparetug evQUUIKAG DROKATAGTAOTIC Kot
dgoknons rav 26 efdopddeg (6 unvec).

1.2, Enpaoia tig £peuvag

Ta orotedicpate TG TUpodoag
ueAéng umopei va £xouv Apecn eQuppOYH
om Ospameia tov acbevovy pe vooo
Pompe EVIAIKTIG Hopenc. Tho
TUYKEKPIHEVE, av T aroTEAfopata eivon
Oetiké ¢ mpog Tnv  emidpacn ™G
nporovnmikng  mapépufaong  ward v
Eyyuom Tov Qappdxov, 1 Tupépfucn avth
ba amotehel avamdomucto pEpog NG
evliopucic Bepoameing o auvtodg TOLG
aobBeveis.

1.3 Epsvwmnikd sponipata

Me Paom v mopardve avaivor
Sietonovovior o eENfC EpELVITIKG
EPOTIHATA:

I. BeAndveronr 1 poikh ddvaun tov dvoe
Kol K4t dxkpov oe acdeveic pe vooo

eviALiNS poppis

Pompe evijhumg  poperg (ov  onoiot
axohoufolv  TaLTOYpOVR  CLGTIIHUTIKY
Goxion  xat Bepameiac evlupuxg
VROKATACTRONC) HETG and 20 efdonddsg
Oepancia evlvpxig vroxatdotacng katd
mv omoia Tavtdypova pe TV £YYDOT TOU
puppaxov exteheital ko fimo doknom;

2. BeAnveror i wavomra Padong 6
lemtdv oe aobeveic pe vooco Pompe
sviiMkTc popefic (o onolor akoiovBody
TAVTOYPOVE.  CLOTNHOTIKT] (OKRoT Kot
Oeponeia evOOPIKAG VIOKETAOTUONG) META
o6 26 eBbopddeg Oepomeiag evivuknig
VIOKQTHGTACNE Kata Ty omnola
TOUTOYPOVE UE THYV EYXUCT] TOV PUPHEKOD
gxredeital xet fma aoknon;

3. Ahaler v Gy pdlo petd amé 26
gfboudde; Wmog doknong ot onoin
gktedeital  kotd m didpken g Eyvong
TOD QUPHAKOV EVLURIKIG VIOKUTGGTAGTC,
oe aocleveic pe vooo Pompe evijhikng
HOPETC, 01 ontoiot axoiovBolv tavtdypova
ovotHuatiky  aoknon  kat Oepaasio
VEDKTG VROKATROTUONG;

1.4 Epevvyrikic vroBiceig

Me Baon e mponyoupeva
dedopévae  OITULAVOVIOL Ol TUPUKETO
gpevvnTikég vobEoeic:
. H poticy ddveun tov dve ko xGtw
daxpov Oa avfnbel og aobeveig pe vooo
Pompe evijliikng popeig (ov  omoiot
akoiovBobv  TOUTOYPOVE  CUCTNUOTIKY
aoxnorn xar Oepansic evivpikic vroko-
1dotaoc) METE  amd 26 efSopddec
Bepaneic evlopikig vrokatdcTacng Katd
TV onoile tavtdypova He TNV £YYUoT Tov
poppdxov eKTEAEiTON KAt Tjme doxmon.

2. H wavotnra Badwong 6 Aemtav Oa
avinbei oe ooleveig pe voso Pompe
gvijAlkcng poppiic (ov ortoiot axoAoulBolv
TVTOYPOVE  CLOTHHOTIKY] GOKNCH Kol
fepunsio evlupuag vroxatdotaong) petd
ané 26 efoopddeg Bepancic evivuuaig
UMOKQTAOTACNG  Kotd Ty ownoin




TAUTOXPOVR HE TNV £YYVOT] TOV GaPUAKoy
exTeAsitor ket e GoxmoT).

3. H &k copanxd pdle 6o avEndel o
aoBeveic pe voéoo Pompe evifhuang popoig
(o1 omoicr axohovfovv  TavTdYpovVa
CUOTNHOTIKY]  doknon kot Oepanein
evlopiknic vroxatdotaons) petd oné 26
efdopadeg Oeporeio evlopxrg
UROKUTEOTUCTG Katd v oroia
TEVTOYPOVIL LE TIY EYYVCT] TOV PAPUAKOD
exteheiton Kot M dokmon.

1.5 Opwolemioeig ko nepropicpoi g
£pevvag

1. O apBudg tev dwyvecuévov
Elnvev aolevav pe v evijAikn nopoi
™S vogovu gival TEPLOPIGUEVOC,
Lvyxkekpéva,  péypt  ofpepe Exovy
duwryvootel 20 aobeveic amd Toug onoloug
gxovv kutaiitel o tEooepic. ARG ToVg &V
Con woleveig, 10 axolovlBobv Bepuncia
gvivuiknic vaokaTdoTaong xou udvo ot 5
ané guTovs akoAovBolv napdiinia ko
TPOYPOLHT BOKTIONG YUt HEYAAO ypovikd
Sidompa kot fBpiokovier oe  otabepq
KOTaotaon Ocov agopd TV COUOTIKA
TOUG KavoTHIN, TEAOC oL vmdhowot 6
aclleveig  dgv  axohovlobv  Oepumeiv
evlvpucic vrokaTdotacg aAld olts Koal
TPOYPORHN Goknons. Zuvendg, udvo o 5
and avtovg toug aclevels pmopodv va
CUHUETEYODY GTO TPOYPUUUU: EKEIVOL TTOV
vroffddAoviat o Bepansio kat tavdypova
GKOUVILL CUOTHRATIKG.
2. O aoleveic Soxapalouevor 0o npénet v
etvar Mo evioypévor oe  Oepameiu
evbupiknc vroxatdoracng kubig kot og

Eroayayi

TPOTOKOALO GOKTIONG TOVG TEAEVTaions 12
prveg xor Qo wpéner vo givar og otabepy
KaTaotaon Ogov agopd 1T Puik Toug
dovapn kol o wovotnme Padiong 6
AETTOV.

1.6 Awvkpivioy Gpov
A-vhvkoowaon:  Eviupo 10 omoio
Bpioketat ota Avcoodpata Kat copdilel
oty amodlunomn  Tov  yAvkoyovou,
evoAlokTiky] ovopacia tov dov eviipou
elvar 1) 6E1vn) podTdon.

POMPE: H ovopeoia g vooov POMPE
RPOEPYETAL ONG TOV OAAOVOUg KUTq-
yaynig nabokoye Dr. J. C. Pompe o oneiog
neplfypaye TV KAUOWKT] ok popen
g vosou.

Avtoompikn vrohlewmduevn Swrapayy: H
mAepimtoon Katd Ty omoia pw vdoog
Kinpovopeitor kot and tovg dvo yoveig
(o o1 §Y0 yoveig elvar popeic).

Avoocopota: ZpopLKd KUTTUPLK
opyavidie 10 omolx £yovv ©F wipw
Lertovpyia ™ SidoraocT kut arotkoddunon
Paxmpibiov, vexkphv wuttdpev  wov
evowpotoinkay oto koITapoe Kabog Kot
opyovidiwyv tov 18100 TOU KuTTdpoL ZOB
£youv OMOKATIPOICEL TO QUOLOAOYIKG TOVG
KOKAD.

Avtogayio: Awdikacio amoddunong kot
Sdonaong TV Propopioy oI
AUCOCHHOTO.




Enidpamy tyc donyons katd wpv didpreia uc Oepareias eviopxijs voxardataons ae asleveis ue végo Pompe

II. ANAYKOIIHEH BIBAIOI'PAQIAX

H vbéoog Pompe givan o ondvia
KATIPOVORIKT] OUTOGMOMIKY] BROASIIONEVN
dwtapay] 1 omoie  opellert  oTnv
QVEMAPKEW TOV AVCOCOMKOL eviipov
o6& o~  yiuvxoowddon. To  xhavikd
gopurtopata e véoov Pompe mowkiidovv
avahoyw pe v niuda Evapéne, o dpyava
o Eyovv vrootet T PAaPn kabdg kat to
pobpd  efEhgne e Swtapoyfc, pe
gnotéiecpo 1 vococ Pompe va Eyel
LEYGAT QUVOTVMIKY] TOWKIAOROpPia OGOV
apopd ™ Popdmra kol v TaxdTyte
eleMENe e Zmv  kebBuotepnuévy 1
EVIAIKT]  poppn g vOoou, 1o KUPIo
ohprtopa  eivar 1 duchettovpyie TV
CKEAETIKGV UGV 1] onoie duoyepaivel v
KIVATIKOTYTO. Kol THY  GVAIVEDOTIKN
Aewtovpyin twv aclevav pe cuvenrein v
abvvapia EKTEAEOTIG xubnpepivav
dpuctpromitov. Ot aoleveig kutadiqyooy,
cuviBog, amd TV AVETOPKEW TV
QVOTIVEDOTIKGV LUMV.

2.1 Klwvikd  fopoktypioTikd NG
petaforikic véoov Pompe

H vooog Pompe &xer éva gopt
PACHE  KAVIKGY  YUPEKTNPICTIKOY Koy
CUHATWHATOY  Te omola  pwropolv  va
exdnimbolv oe omowdnzrote nhixin (Van
der Ploeg «ow Reuser, 2008). H
mreoyneie tov aoBeviv napovaidalovy
nopdlol  oopmTOpate  aAdd os
depopetit évroor (Wokke et al., 2008).
H &2ewym tov evldpov o-yivkooiddon
odnyeli oe  aveféleykm) ovoc@pevon
TAUKOYOVOU Kot ODTOQAYIKOD  DAKOD
otoug 10t00g (okeheTikol pveg, kupdid,
frap, KTA.) HE  oROTEAECHE  va
mopotipeiton  wpoodevtikyy efaocbévnon
KOl AELTOUPYIK] OVEMGPKEW CQUTOV TOV
otdv (Kishnani et al, 2006, Van der
Ploeg ko1 Reuser, 2008). H nhuxia évapEng
THG VOGOV, 0 aptBpls Twv opydvev 1ov
gxouvv vmootel T PAaPn, o Pabudg
obppetorne tev wiev xelog kol o

evilikng poppis

pvudg eEéMing g vooov, kabopilovv
cofapdTnTa Kot T LeyRin PUIVOTUIIKY)
nowtkie e perefolucic vécov Pompe
(Kishnani et al, 2006). Avdloya pe 10
TGTE EKONAGMVOVIOL TO TEPHTH COUTTOUAT
¢ vOoov o1 aobeveic xatnyoponowdvat
oe 000 Paocwkég ouddeq: oty xhaowk,
Bpepucn popef] kar oty Oyapn poper e
vocou Pompe (Van der Ploeg kot Reuser,
2008, Mellies kot Lofaso, 2009).

2.1.1 Kiaoowi, Bpepuay popei tig
vosov Pompe

H xhaouc) Ppepu] popes g
vooov Pompe mneprypagnxe v mpoTY
popa to 1932 amd tov olhavdiig
rataywyne nafordyo J. C. Pompe and tov
onoio mpe xou v ovopacic mg {Van der
Ploeg wui Reuser, 2008). H ocvyvotna
eppaviong g etvar 1:138.000 yevvroeicg,
He ouypvotepn EUpavion g vécou va
TaPATNPEITAL GTOUG APPOUUEPIKAVODS Kt
toug Kwélovg (Van der Ploeg xat Reuser,
2008). Zuvibwg, o1  aocbeveic wov
apocPdailoviar and v Khaow) Bpepiki
popeY] g vocov Pompe ekdniovovv
CUNTTORATO EVIOS TOV TPATHY UTVAY TIG
Lamic toug, pe péoo Opo nkieg évuping
va xopaivetot and tov 17 péyp to 4° piva
(Kishnani et al, 2006). To 88% 1wv
Bpepdv o tpocPaldoviar rupovciilovy
TNV KAWVIKT]  £1kOvo  TOU  UROTOVIKOD
Bpépoug (Howell et al, 2006). O
petopevog poikdg tévog, 1 avikavot)ia
ompiEng Tov Kepoawod oty kobom)
Béan, 1 neplopiopéviy  avamtoln g
Ko Tag 10v Bpégoug, 1 peunpévn
QVIGVOKAXOTIKT) ODUZEPUPOPE, T} YEVIKT
vrotovia kafng xou 13 duokoria ot oition
OAOTEAODY  KUPIG  YUPAKINPIOTIKG TN
Kokt Ppegikc popefic mg véoou
Pompe (Howell et al., 2006 ko1 Marsden et
al., 2007). Ilépa and ™mv xkebvotepnpévn
avantuén, 10 Ppéon pe vooo Pompe
ropovcidfovy datopoyéc oV
QVOTVEDOTIKT) KOl Kapduyyeiaxn




Aetrouprin o1 onoisg sivan kpioipeg v v
emPiwon (Fayssoil et al., 2008, Mellies
xar Lofoso., 2009). H npooPorq xo
aOUVORID TV OVAIVEDGTIKOY HUMOV Kt
tov Swppdyparog ekdnidvovior kvpimg
pe  ToxOMVOlr KOl EMOTPUTEVS) TGOV
MECOTAEUPUOY  EMKOVPIKDY HOOV TG
avarvong xkelmg Kat PE ouveg ADLaEEIg
10V aVOTEPOD  OVORAVELGTKOD 7OV
poodevTikd kafnidvouv ta Bpéon o
ppavec  vrosTpiEn TG avemvorg
nepinov otov 6 prve g Come Toug
(Mellies xar Lofoso, 2009). ITapdiinia,
Kepdloyyelaky] SvcAitovpyia Tov Bpeedv
ne voco  Pompe  exdnidveror  oc
xapdlopeyehio 1 onoie evromiletol péowm
mg  aktvoypapiag tov  Bodpaxka. H
xoapdopeyahio  oT¢  REPWTOCE  TOV
Ppepav pe vooo Pompe opeiletar koping
otV vasprpogin ™G aprotepnc Kolhiug
MOV OVGOGPEUGTC  YAUKOYOVOL  Kal
QUTOPAYIKOD VAIKOD OT0 TOUXBUATA TOV
kapdaxav koripov (McDowell et al.,
2008). Mwx perém tov Fayssoil xm
ouvepyatev 1o 2008, nopamipioe nwg o
OPICUEVES MEPIMTOCELS fpepmv pe vdoo
Pompe pmopel va #wopovowotsl  xw
dwtapay 010 CHCTIHY AYOYIROTIIAC THC
xopdiig kafig MEPIKA, Bpépn
napovoinocay Bpadukapdia. H
GUGGHPEDTT) TOU CUTOPHYIKOD DAIKOD Kat
10V yAukoyovov dev emnpedlouv podvo
T0VUG tOTONG ®Ov avapépBnkay mo whva.
To fmop ko 0 owAfvag enotehovy eniong
Opyava o emmpeatovion and ) vogo. H
npocPoli avthv Tov opydvev odnyel o
petpir  dwoykwon touvg (Mmuwropsyaria,
oninvopeyohin) 1 onoin exfézer o Ppépog
oe poddvoeig {Case et al., 2007). Ze kae
repintoon eivat onpavikd ve avagepbsl
Ot 7 khaoua] Bpeew) popew thg vooou
Pompe gppavitel e TOYEMG
eEehoodpevn nopeio 1 onoie pmopei va
aofei popoia yix v emPivon tov
Ppépoug mépav Tov rpdrron £rovg thg Lwng
tou, xafdg o péoog Gpog miwdog
emPiwong twv aclevav ayyilst tovg 6 pe

Avaoxamyon Biffioypapiog

7 piveg (Kishnani et al., 2006 ka1 Marsden
et al., 2007).

2.1.2 Oyapuny popen g perefolaxiig
vogov Pompe

H xabuotepnuévn 1 oywpn &vapéy
g petafolikng  vooou Pompe
yopokmpileral and évav mo opyd pubud
efEMEng tov cvpmtepdtov (Kishnani et
al., 2006). Ze avriBeon pe 1 oo
Hopen, T CUHTTOMHATO oTnv
kabvotepnuévn évapEn ™ vooov Pompe
pmopel vo mapovcwoTodv ke®’ohn
odpkewr g ComMg tov avlpdhmov. H
coyvoTTe  eppdvieng ™G Evihug
Hoppfg ™G vooou mowiiier avdloyn pe
tov mAnBuopd. Eménmoloyikéc peiéreg
KQTEypoyay vynAoTEPT] cupvOoTHIA TG
vacou ong katm yopeg (wy. Olhavdia)
1:40.000 yevwnoewg (Van der Ploeg xai
Reuser, 2008). Ta «ipuwr cuvpmtdpotu
glvar 1 dvckartovpyin TOV OKEAETIKDYV
woov 1 omoin  Svoyspaiver v
KWVATIKOTITE KoL TV GVOIIVEUGTIKH
rertovpyin tov acBevov (Mallies xo
Lofoso, 2008). Ov aoleveic pe Gyun
évapEn  mg  vooouv  Swpaptdpovrol
covifdog Y TV avikevoTtitd Toug va
GUUHETACYODY ot afinTikig
SpuoTpoTTEg aAld KoL Vo EKTEAEGOVY
kabnuepwéc  Opoompomites 6mwe 1O
avifaopa  oxaRomatidv, 10 yopyd
REpRGTNUG, 1) kabopidmTa T0v omTion, N
HETOQOPE OVTIKEIPEVEOV KA Av Kol 1)
Suchertovpyia TOV  OKEAETIKOV  Uudv
ApokOnTEl and TV omooUvison TwV
Hvikéev whv odnydvias o atpopio, KuTd
Y YnAaenon tev poodv evéystor va
TOPATHPTCOVUE  WEVSO-LAEPTPOPIT 1
onole  opelleton oty evardlsom
YADKOYOVOD Kol QUTOPaylkod vAxoy oto
puika xdtrape (Hagemans et al.,, 2007,
Wokke et al., 2008, Katzin ko1 Amato,
2008). H dvoxoria avéyepong and v
xafwth oty 6po Béar, 1 Suokoria omm
Badion, ot puikég xplpmes, o1 pvahyisg
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xuplog ote K4Tw axpa, 1) e0KOAN KOmWo
mov  7oapovolalouy  oTig  kobnpepivég
SpacTpoTIES, 1 CVOIIVEDOTIKT]
dvoyépeir Adye  mpooPorfic  tov
Swappayuatog kolbhg ko o1 Swrapoyég
otov YAvo pwopel vo amoteAEcouvy 1o
aphro Prige e m ddyveon g voéooy
(Mellies xur Lofoso, 2009). Afilsr va
avageplel 6m to mo whve cvunTOUOTE
pRopEl vou PRy KIvAgouv T vmoyisg tov
acbeviv pe anotélecpa 1 Sutyvaon g
vooov vo  koebuoteproet v apKetd
rpovie, ‘Exet avapeplel 6n o péoog ypovog
diiyvoong oToug evijAikes Kuuaivetat oto
ofkae  ypdvia, eve  avilotogo 1
kaBvotepnuéviy évapln g vocov otu
T £xel HEco ypdvo ddyvaons ta sntd
ypovie (Katzin xar Amato, 2008).

Y autiv TV Katyopio  Tmv
acbevov éxel mapupnel 611 o1 pbeg wov
rapovcwalovy T peyaldiepn advvapic
givar ov pdeg g  muekikng  Chwig
(kapmripec tov toyiov, Kaumwtipes Kat
exTeivOvIES TOD YOVUTOS, Ot amuywyol Ko
mpocuywyol pdeg 1oV 1oyiov Kupiwg o
layovowoitng), ot ekteivovieg Kot
otefepomommikel poec ™ GROVIVALKNIG
oTing, ot otadeponointikol WOES THG
OROTAGNG, o1 peg TS wpKig {envng Ko
OE HEPIKEG AEPWMTMRIOEL; Taputnpeitul
gdUVOUio TOV KEUTTIPOV KUt EKTEWVOVIOV
poiov tov avyéve (Case wor Kishnani,
2006). Avty 71 woik) advvoapic €xe
xepoxtnpiotel ¢ Coviie  xotavopn
GUUHPETPIKTG @hoEng pvondBewr, n omoia
apoodidel otovg aobevelc éva  mokd
xapaxmpwonxkd  Padwps 1o omoio
grokaieitar ko vioosw Padiopa (Case
kot Kishnani, 2006, Lu et al., 2008). Avt
1 Swtapayh oo Padwpa twv acbBevdv
odnyel o AavlBaouéviy otdon Tov ohpaTOg
TPOKOAMVIOS CVUPPOMOTIKY  AOpdomom
(Katzin xo1 Amato, 2008). Axdpn, 7
aduvopic Tov puav mg oporhdmg, Tou
Kothiokod kot payaiov  Touxdpotog
mnpoxkadel  Sdgopeg  avniorabuorikéc
TPOCUPROYES Kot oAMOUDOEK, TG

EVIRAIKHG pOppiS

PYOOAOYIKNG OTAGTG TOV OOUATOg, g
cxodimon, 1 Qwon Kol oTIg
TEPIGCOTEPES TEPMTOCELS TapaTnpeiTon 1o
QAVOUEVO TG ETEPUYOEDONE @PoTAGTIE
(Katzin ko Amato, 2008). Avrifeta, ota
Qv GKpa 7Epatnpovpe pi o fma
npoocPorni Tov pudv and 1  vdoo,
YUyKeKpiév, OT0 Ve GKpo 1) PUiKh
advvapia evromifetan xuping otovg ud g
opikng Lhvng (nduvapio ovdynong xepol
v and 1o emiredo tov pouv) Ko
hydtepo €mg kaBohov otoug ph e Grpag
yeipag (Case kot Kishnani, 2006).

Mépa and to xivnuikd npoffifuara
wov wapovoutfoviar otovg aocbeveis pe
vooo Pompe, w0 1/3 tov  acblevov
AVATTHCCOVY  GVARVEUGTIKY] OVETGpPKELN
Kt te 23 ourdv  avoRTiosouvy
AVUIVEDSTIKT] OLOYEPEID e TNV TEpodo
rot €5EMEn g vooov (Vander Ploeg xon
Reuser, 2008, Huang et al, 2008). Zg
avtifeon pe Grdeg vevpopnikég aobéveisg
07OV 1) QVOAVEVCTIKT] aver(pkewr pmopei
vl EpQaVIoTEL PETG TV andiew TG
Badone, ot ustaPolricy vooo Pompe 7
QVUTIVEDGTIKT]  SLOYEPEIR 1} avemdprew
propel va elvat and T IPOTH KAVIKE
copmtopata.  Etot,  polovim  apxerol
aolevelg pmopel va slvar wepuaTnTIKOL,
TUPOLTIRLovY CUVALN avEnpévn
AVORVEDOTIKI] SUGYEPSIL 1] UVAIVEDTTIKT
QVENAPKEIL NE OROTEASOHR va  £xovy
aviyn v prgavia}  vroomipidn g
avanrvons (Harrison et al,, 2011). Onwg ko
o€ GAleg veupopvikég vooovg £101 Kl 6T
petoforwkii véco Pompe 1 peuwwpévn
fonkyy yopnukoema (VO Adye
advvaping tav exnvenstikdy pudv odnyel
tov aofevy ce OvopeEV] Koi MEILMEVT
woavonyte va Phgel pe omotéiecuo ot
agpayoyol va  unv  pmopolv  va
amopakplivovy TG Gupope exxpioei, pe
oovénewr ot woleveic va mapovodlovy
votpomialovoeg Aowmie; tov Bdpoka.
Zmyv kabvorepnpévn évapln mig vooon
Pompe wipte atie Bovatov asotehel 1
avanvevotikn averndpkela (Mallies et al.,




2005). H advvapio tov Swppiaypatos kot
T} MEMOpEVY)  WVELHOVIKY)  Asttoupyic
odnyyodv tov aolevi] oe Swrapayéc g
avamvolls Katd Tn OdpKEl TOU VIVOU
(vavikr) dmvow) 1 omoio pmopsl va
xapokmpotel fra 1 ofeia. O voytepwvic
VIOUEPICROG 1] amvowr Vmvou opeileTon
omv advvopic Kol drovia TOV Ubav
QVATVEUSTIKOV Hodv, 1] orole wtpoxaisi
orov aofeviy copmthpata dHorvolag Kot
KEPUAOAYIOG TS TNPOWEG Opsg Adyw
uepxamviag. Me my apdodo g vocov oL
acleveic upmopel va  mapovcidcovv
VAOUEPICUO Ko XaTtd TN OWpKew Tng
nuépag (COx> 45mmHg) xar ota tehixd
gtadwr g vooou propel  va
nopovowcowy ke vrofapic  (POs<
60mmHg) pe tov aclevi va koatodayyer
amd  ZpOVIO  UVOAVELOTIKY  averdpxeld
(Mallies et al., 2005, Mallies k1 Lofaso,
2008, Harrison et al., 2011, Garcia et al,,
2011). M perém tov Mellies & Frederic
(2009) xutéypawe mog o péoog Gpog
nakiae  Tov  aobevov  mov  ypilovv
ovamvenoTikig virootipEng eivor to 500
£toc. Me o ta mo ndave dedopéva sivat
CTHAVTIKO VO avaQEPOLUE TG 1
aéoidynon g VUTTVEVOTIKTG
hertovpying ota Tpdia otddia g vooo,
axéun wor Otav o aobeviic dev éyet
COUTTOUATO AVATVEDSTIKYG OvoyEpeLag,
anoteAsi onpavuk wpwr efétacn Yo
IV GECT TepuxoiovdneT g vosov.

Xe avrifeon pe TV KAQOWN
Bpepuay poper g vooouv Pompe, o
aobevelg pe v koaBuotepnpévn évapén
™¢ vooov Pompe dev mupovcdlovy
kapdloyyewkés emmhokéc kal Wwitepa
EMIAOKES TIOL apopodv puokapdronddeisg
{uneptpopia apioteprc xotiieg) (Lafor et
al., 2007, Soliman et al, 2008,
Brettschneider et al., 2008). Eniong,
perétn tov Soliman kot cuvvepyatdv
(2008), avépepe omt kavévag aad toug 46
gvijAtkeg aobeveic mov wxatéypawav Sev
napovciace  kapdokég  Owropayic 1
ovopaiiec. Ov mbavéc wapdayyeiaxéc

Aveaxannay Biflioypagpiog

Jwtapayéc MOV UROpEl VA TUPOLTIdoOuY
o1 acfeveig pe xaBvotepnpévn évapén g
vooov umopei va ogpelhovial oV
wPOYwPNHEVT Nkia Tovg 1 oty Drapéy
vréptacne. Eva pixpd nocootd pévo twov
aolevoov pe owywn évapfn g vdoov
Pompe unopei vl TAPOVCUITEL
avevpucpato e fooudic apmpiag (Lafor
et al., 2007 ko Refai et al., 2008).

2.2 TTaBopucroloyia

H upepuay f ohwj ey tov
Aoocopkot  evlopov  6&wm -
yAokoowdaon €yel ¢ omoTEAECHR TN
GLOCHPEVOT) ToU AVCoCmUIKOD
yAokoydvouv  GE  Jidpopous  1GTOuC
(oxeheTikog  pog,  pookdpdio, frap,
orive kAm) (Raben et al., 2009). BéBaia,
11 OUGOOMPELCT  TOV  AUGOGWOHIKOD
yiukoyévou mowiider avddoye pe Ta
gvepyd eninedu Tov evlbpov xabog kar pe
o Opyova otoyovg. Xe aodeveic pe
rkaQvotepruéviy évaptn g vooou £xet
mapatipnfel 6Tt M dpoomikdTyto  TOL
tvlopov  dev  Cemepvé to 30% g
puowkoyikiic svd ota Ppéen pe v
Khugiky)  poppy g vooov  Eyet
mapatnpnlel o6t 1 evepydtre  TOL
evlbpov dev  Zemepvd 10 1% g
puoworoyikng (Fukuda et al., 2006, Van
der Ploeg kat Reuser., 2008, Malicdan et
al., 2008). H ufpootiki} svosdpevon tou
YAukoyovoy eivan epgavig oe g Thsdde
wthv. Xe pehém pe (bo to onole siyav
mfpn Ehdewyn tov evidpouv ofwvn a-
YAUKOGIOACT KUTUYPAPTKE CLCCHPELCT)
OV ADGOCOPIKOD YAVKOYOVOL o xdbe
gidoug to10 (Mrap, xopdie, oxererikong
po, el poikd  xdtIepe,  xdTopa
Schwann, nepuwpepicd vedpa) (Bijvoet et
al.,, 1998). Zwov avlpuno maparmpebnxe
1o ibio pawdpevo evanddeong yhvkoydvon
otoug wiolg (Mrop, xapdid, oxelenxol
uveg, Asie puixd  whrrapa, xOTIOpPR
Schwann, wepupepikd vedpa), onwg erioTg
Kot 01OV VEpPoUe, ota xuttapoe Corti, oto
YOOTPEVIEPIKO COMIVE, OT0 TOLYOUHATO
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OV apopopav ayyeiny, oto onifjva, oTa
KoTTape Ty mpocbuov  kepdtwmv  Tov
voueiov poehod kAm. (Raben et al,
2008). Ze avtd to onueio eivin avaykaio
va  avapepBel ot 1 onuovikdtepn
dupoporoinon avipsco otovg aocbeveig
pe TV KAgoixr) Bpepu uopen g vocou
xal otoug acfeveic pe v xabuotepnuévn
évapln g véoov elvar on1 ot mpdroL
ropovowlouy  onpoviikn  svamdfeon)
YAUKOYOVOU GTO PUOKGPSI0 Ommg emiong
KOt 010 XOTIOpPX TOV  CUCTIHATOG
AYOYHOTHTOG, APOKOADVTAG TOUG
dwtapayfc oto oUGTNHE gy@yng Tov
pvokapdion, wEYVVOT TOV  KOAKOV
TOU{OPATOY (VEEPTPOPIKY
pookapdonadeir) xal  Swtapoyés oo
O GUAIR OV LEGOKOMAIKOD
dweopdynatog (Brettischneider et al., 2008,
Soliman et al., 2008, Laforet et al., 2008).
Avti 1 Siepopd wov wapampeitar oToug
acleveic pe v Khaowkr| Bpepua popoen
g petaPolucic voocov Pompe iowmg
opeiietar  onp  yapnAdtepny  evivpuki
OPUOTIKGTHTU, GTOV HOVOTIKO POAO TOL
YAOKOYOVOU 010 GOCTTHE GYOYIHOTHTUS
kabbg ko oy vynhdtepn hubecipdmTo
oV £vivpov ovn o- yivkooldaong mov
gyoov ot aolevelc pe xabBuoteprpévi
EvapEn Tig VOGOV MOV TOUG EMTPENEL TOV
petafolopd tov  ylukoydvou  oto
puokdpdo, GAM&  Ox  kat  oTOuG
oxegAenikovg pug (Van der Beek et al.,
2008).

H Swoopeniky aviamdxpion 1oV
putv ¢ xapdidc Kot Tov OKEASTIKGV
podv oty e EAdewyn tov  ev{Opov
pmopel vo ogeiieton oy agBovia Tov
YAUKOYOVOU GTOVG CKEAETIKOVG [ug Keddg
kalr omyv arofnkevtiky] KevoTnT® TOL
YAUKOYOVOU LECH OGTOVG GKEASTIKODG UU
oe oyxfor} pe ta xoTiape ig kuapowds. To
povopEVo 0vTo oopPdiiel oty avirtuly
g Luikic advvapiag 1éoo otoug aclevei
HE TV KAUOWKT Ppepikn} popen Thg vogou
600 xal otovg acbevelg pe xabuotepnuévy

evifAang poppiic

gveptn mg voocov (Fukuda et al, 2006,
Van der Beek et al., 2008).

H véoog Pompe mapovoidler pa
axopn nuboloyu] Swatapeyr, népe and
mv petdAiadn xat Swrapay tov evitpon
6Evn o~ YAukoowddon mov kwdikorowito
and to avriotouo yovidio. H Swrapoym
me dwdikaoing g evtopayiag, 1 onola
wpaypatoToeitol oTe AUVCOCOUUTL KOt
oy onoie anodideTtal Kai 1o QUuVOUEVO
e pvonrdBeiag mov wmupovowlovy o1
aclevels, iomg arotehel wo maboloyua
dtapayn thg vooou (Nishino et al., 2006,
Raben et al., 2009).

2.2.1. Povidraxi] perdrdaln g ofvng
a- yAvkoodaong (GAA)

H vdoog Pompe xhnpovopeitut pe
FUTOCHOUIKS VIOAEITTOUEVO TpoOTO
(Kishnani et al, 2006). Klwvkd
cuopmtopate spupoviCovy 1o drope mov
pépovy  petaridéeic kot oto &do
glimpopoppa  yovidwe g 6&wmg  o-
yroxoowdaons (GAA) (Van der Ploeg ko
Reuser, 2008). ‘Epevveg €deilov o6TL 1)
kiviky) wopeie tov  oolevov pe
petafolua vooo Pompe e€aprarat and
POoT} TG HETOAAEENS KAt ota §Y0 GrdnAa
yovidwe pe amotéiecua vo mapatnpeiton
SwapopeTikdg  Pabudg  Ehewymg tou
evlipov o6& a-  yAvkoowddorn mov
kwdiwkonoteital and 10 avricToyo yovidio
{Nascimbeni et al,, 2008). 'Eog ofuepa
grouv  xoataypagel  wéveo  and 349
peteddaely mov  wgopoly  oTiv
avBaopévn xdKoroinon Kot
olnhovyic Tov yovidiov GAA  Ommg
EIONG KAl GTNV OlTUpayREVN TPLTOyEVH
dopny. Ot 236 petadradeg eivat vsdBoveg
YL TV TEPOVSiReT) TNg petaforikt véoou
Pompe (Kroos et al, 2008). "Eyouv
avapepfel emiong ko petaddalews o
tufipeta tov DNA wov dev kodikoroloby
TG aviioToLES APWIEIVEG KUl GUOG ot
HETEAAGESI,  TOVE  EXOUV  OTJHOVTIKY
CUCYETION HE TO QUIVOTLTIO Kat 70 pudud




e&EMEng mg vooov. M mbovi} artia
TO avopevo autd iowg sivar 1) pepikn 1
TAPNG EAAELYM TG MPLUNG HOPRTG TOD
evlipov 6fwn o- yAvkooiddon M omoiw
Onpovpysl ™ pewopévy dpaonikdTTa TOL
eviopov (Nascimbeni et al., 2008). Exniomng,
évag deltepoc napayoviag mov empedlet
v petaAiloln tov yovidion GAA sivou 1)
HETR-UETOPPOCTIKY,  TOU  erelepyucia,
koBdg xar 1 petapopd tou evidiov atov
evéoxuttaplo ybpo (Katzin kot Amato,
2008). e wo pehét nuparmphdnke 61L o
acfeveic pe m petaPoruay vooo Pompe
rupovodlovv dwrapayéc ot GAA ue
v TAEOYNpia GOV va Exouvy auénpéva
emineda avevepynic 1] Mepikig 1} olikig
Eeyng me apiung popeng mg GAA
(Sugawara et al., 2009). Onrwg é&yovue
avaeépel 1 evepyomte g GAA otw
Peten pe my kot popet g véoo,
dev Eemepvd 10 1% NG PLGIOROYIKNG, BV
avriotoye oTOVG acBeveig ue
kebvotepnuévy  évapén ™g vooov n
evepydmTa tov evldpov dev Eemepva 1o
30% g pucwohoyikic. O eviomouds twv
puetaAralemv  oto yovibio GAA &m
ovoyenalel pe 1o Pabuo dpaostnproTtog
0V, eV 1) dpaonxdTiIa Tov sviblov dev
ovoyetileral mavie pe to Pebud ker ™
gofapdtyta ng vdoow (Van der Ploeg xot
Reuser, 2008). H mo xown perddiatn oz
acBevelg pe xubuvotepnuévn dvepln g
véoov Pompe givar 1 ¢.-32-13T>G (IVS1-
13T>G) (McCready et al., 2007). Qotodoo,
1) 6w perddialn &xer mapatnpnlel ku og
Ppepn pe mv khaokh popet mg véoou.
Mopdro nov 1 rewoyngie tov acbevov
gyoov v idw yowidwkn petddiain n
KAvikT| Toug elkove kat o puBudg eEféng
™G vdoov Sapépel onpavikd axd acbev
oe oolevi), Emopévag, népa amd Tov
yovotuomo iowe copPirlovv kot ot
TOPAYOVIES OTIY KAWIKT EKOvVH KOt OTOV
poOud eLeEng g vooov (Slonim et al,,
2006, Nascimbeni et al., 2008). To eninedo
(PVOIKTG KATACTAGNG ToU aclevi}, o Tpdmog

Caovic, 7 Swrpogly xal 11 QUOKH

10

Avaocimyan Biflioypapiog

dpactmpotita i0mg ERIAEKOVIOL GTOVG
mbavoig maphyovieg mov Spoponoiohv
mv xale Khvuai nepintaon.

2.2.2
GAA
To yovidio GAA evronileral oo 17¢25.2-
q25.3 ypopdoopn. Amotersitor and 20
eEdvia and ta onola, ta 19 cuppetéyouvv
oty kwdkoroinon g GAA (Nascimbeni
et al, 2008). Kot@ 1 NeETOQPUOTIKY
Swdwacia tov mRNA ota pifocwopdna,
ovvtifetar g wpddpopn  popel Tou
evfbpov n  omoie  watedfysr  oto
evdomhaopatikd diktvo. Ev cuveysia ovm
1} TpGdpoun poper] tov evidpov veictatut
YAokolplboele Kol poogopvliGioslg e
my sapaldnin wpoctfikn mwog opddug
poogopikng  povolng. H opdda avt
odnyei 1o évlopo oy ocovdeon Tov pe tov
vrodoyéa MOPR mov 1o peragépsr oto
cuomua Golgi. To évlvpo exel axorovlei
ko GAAn exefepyacia péypt my petapopa
tov om ovokevyy Golgi dmov ekel ta
pepPpavonepikdeiota Kuotida
petapépovy 1o &vivpo orte Acochpata.
Zta Avooohuaty, to EvLivpo anoovvdistal
amé tav vrodoyée MOPR ot wroxtd v
puooloyikiy tov popen (Sands et al.,
2006, Nascimbeni et al., 2008).

Mopiaxa jupaxktypoTikd TyHG

2.2.3. Avoosopxii Swetapayny

Ta Avcocopate eival opaipikd
Kuttapkd opyavidie to onole avokdivye
o Békyog Projmuixog Christian de Duve 1o
1949. Zra mepiocdtepa kOtTapa vdpyovy
KOTd HECO Opo  pEPIKEC  EXUTOVIAdEG
AvooochHHTA. To péyedog TV
Avsocwpdtov kopeivetor and 25nm éw@g
ko lpm ce Swduerpo ko mepifdiiovian
ard e anil e dudootifada. Xto
ECOIEPIKO  TOV  AVCOCOUATOV 10
nepifdriov eivin ofwo (pH 4,5-5,0),
kuboToviag pe autd tov Tpono PEAnicTy
™ Aertovpyin Tov vdpolvtikdv sviipmy
(s a- yAvkooiddon). H kipu Asitovpyio
10V hucooepdtov eivarl 1 Suionaon kol
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amowkedounon  Poxmpwilov,  vekpov
KuTigpwv  7ov  evoopathbnkay  oto
Kkuttapo xebbhe ke opyuvidiov Tov idtov
TOV KUTTEPOD OV £XOUV OAOKANPOOEL TO
pucloioyikd Tovg KukAo. Me oot Toug
mv  Widmpte 1 Avgooouata  £xouvy
YOPAKINPICTEL ©C O «OTOMOYOCH TOU
KuTtapov kabdg exteloy xéym, Soraon
ovoloTikG Tev dwpopwnyv fopopiov. H
Sedikaaia ™mg anoddpnong xat hionaong
v Blopoplov ota Avcocopote yivetot
HE TPELS BIOLPOPETIKOVG TPOTOVS: TPDTOV
PO amoteisl i 000¢ TG
PUYOKVTTAPMGTYG  TOV  GUVERGYEL THV
QROpGKpUVOY peYGloV copuTdioy HEcn
KUTTUPIKGOV  eyxohndoewmy, © Js0TIEPOG
pdmog  mepthapfdaver TV 080 g
EVOOKVTIAPMOTS 7OV  CUVERQYETHL  T1}
déopenan kuar meplkAsion evog pIkpov
OyKoD eLwKLTTIAPIOL VYPOL oynuaTilovTug
evdokuTTapPIKO Kuotidlo kot Tpito wau
teievTaio Tpomo Sutcruong Tov fropopiov
arotehel 1 0060¢ TG auToPayitg wOU
GUVERAYETAL TNV QITONAKPUVON] TEPLITTMY
UtV o0 v Tov KUTHapoL Kabdg
KOl QypnoTOv TPMIEVOV KOl KOTTEPIKDOV
opyavidieov REGE® KUTTOPLKOV
EYKOATMGEWY 7OV APOEPYOVINL OIG TO
gvdomhacpatikd  Siktvo  dnpuovpydvtog
avtogayocoudtto. H 0d6¢ mg avtopaytag
£yer tpeic popec: H apom pope sivoe 1
HOXPOOUTOPOYi 7OV odnyet ot
KETACTPOPT] Ko aroddunon
gvOoKLTTapLOY  opyavidicv, 1 dedtepy
nopt} anoterel v ukpogutopayic oy
obnyel omy  aroddunon pexpopopiov
6mwg 10 YAukoyovo ko TEAOC 1 Tpity
poppn RO nephapufaver ™V
Swrpecsohofoduevny autogayie 1w onola
odnyel oe aropdKpuven Kot anoddunoT
tov Popoplov pe 1t Ponibeio swdikdv
cwvobmv-tputeivav (Mapyepitg 2004).
H &wdkacic g aviopoyiag
nopapével éva avebyvinoTo epOTROTIKG
kaBme ot guowloywkol pnyovicpol wov
od1yodv kat puBuifovy avtd To govopevo
nopapévouv Gyvooror (Melicdan et al.,
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2008). H oavtopoyvic anotshel dva
CHUaVTIKG  pmyaviopd  pdlmong  Tou
petafoiopot OV KUTTRPOU

eacpadiloviag tov pe auTdV TOV TPOTIO
1o Paoikd Opennixd cvototikg mov Qo to
odnyoouvv oty xuttapiky  emPioon
(Raben et al, 2007). Zg perémn tav
Malicdan et al. (2008) napompnfnke 6t n
dwdwooie TG avtopuyiog  elven
gviovatepn TO00 OTO VEVPIKE KOTTUpY 660
Kat oT0ug okehetikoug pug. Ta avénuéva
eMinEdH KUTTEPOTARCHATIKOU YAUKOYOVOD
£ouv ¢ OROTEAECHE TN HEYOADBTEPT)
AMICOCOUIKT] METAPOpd Kut anodounot)
10V YAUKOYOVOL pécn G Sadikaciag g
gutopaying. Aviifeta, oty petefolik
voco Pompe aapatnpodpe arloudoelg Kot
Satapayés oTo PUNYuVIoHo g qutopayiag
LE OROTEAEGHO TO QUTOPAYIKG VAIKO v
guoompeieTal  aveEEAeyKTa evidg Tov
GKEAETIKAV UGV HE TV popet} kKuoTidioy
(xevoroma) 1 yvuoroniov Tov propel vo
eppaviCovrar  gite  pepovopévae 1N oE
YPOUMIKES OLoToOwies KUtd pNKog Tov
puikov wvav (Fukuda et al., 2006, Shea xat
Raben et al., 2009). E€mtiag avtod tov
pawvopivoy 1 vosog Pompe wld xo
Grleg  vevpouvikés wulnoeig  éyouv
FOAPAKTNPIOTEL WG QUTOPAYIKES
kevotomadeg pvondfeieg (Nishino et al.,
2006).

Me myv embeivoon kat s€EhEn g
VOO0V, 10 ADCOCOUUTH ELEKTEIVOVTIOL KoL
ovyywveboviat, oypatifoviag peyliheg
dopéc mov moapepfuivovvy omyv cowom
QpPYUIEKTOVIKT] OopT Ty  uoikev wov
(Fukuda et al., 2006). ITapdiinda, vrdpyet
M ovartuén Kat onpiovpyia
MITOQOVOKIVIG, KUTTUPIKOY VTOASHIHATGY
kalbg emiong xou 1 onelevBépwon
Sionopron KOTTOPOTALCULTIKOD
vhvkoyovou (Engel et al., 1970, Heseelink
et al, 2005, Fukuda et al, 2006). To
gminedo g aUToPaYIKiG Spactnpiényag
givat auto ov xabopilel o Pubpd ke to
polpd e€éhlne tov mo Tave povopévav.
Ewwa ot voco Pompe o exinséa




avtogaykie Spactpdmrag wowkiiovy
avaloya He T Opyave mov  Eqovv
npooPinbel, ™ ypovokoyy niixic Tov
acBevi] alid xal 1o pulud ef€hing g
vooov (Raben et al., 2008). H evandbeon
QUTOPAYIKOD VAIKOD KOl YALKOYOVOU gival
oe younidtepa emineda oe aoleveic pe
TOTEPR CLUMTOUATE, CAAG KO} Kot
uetaEd Tov puikdv opddov tov idov
aclevy &yer napatnpnfel  dwwpopenik)
CUOGMPEDCT] CLTOGAYIKOD DAIKOD Kot
vAvkoyovou (Raben et al., 2009). Oh
Fukuda et al. (2006), petd and exreveic
épevveg o mepapatélon oA ket og
avlpdroug xatéhniov oto0 GOLUTEPUCHL
o n kipw atio amodopydveong Tou
UTHOVIGHOD TG HUTKTiE ouoToir|g eivar i
GUGGHPEVTT) qUTOQEAYIKOD VAKOD
(cvtopuyosmpatiny) xat Oyt 1 evanddson
1] GUOCAPEVST AVGOOWLUKOD YADKOYOVOL.
2& POTOYPUPIKY URSIKOVIGT] TV UBIKDY
WiV UTopoOvNE  vo Gwkpivobpe
OUGGAOPEVGT] TOV UDTOPAYIKOD DAKOD e
Y popeny  «paldpng  tpUnagy 0TS
anoxoieitar (Fukuda et at., 2006). I
ypaupuiky  Swraln ToV  PUKOV  wov
arROSIOPYAVEVETEL  OTIC  MEPOYES TS
AVTOPUYUS SlaTopayns sva 1 Sopn kot
oraln TOU supxouepiov dev
petafalietur  oTig AEPOYES MOV Bev
VRGPYEL GUTOQUYIK SwTapay Tupd T
CUGGOPEVCT] AVCOTMIIKOT  YAUKOYOVOUL
(Fukuda et al., 2006). Exet nopoatnpnOel
ott ot TEAKG otddix TG vOoOL o
KuTTApiKG vroAeippata Onpovpyoty M
TEPIOYT] Guoppov vikod, 1 onoie sivor
gvtovotept omcg  uvikéc lveg  Tayeiog
cvotorfg, tomov II. To ocvoowpevpsvo
guTopoyikd VAIKG pmopel kdAote vo
gAroudoet 11 puoloioyiki Sepyaocic g
evbokuttdpwong kupiong ong puikég iveg
wnov I 6mov 7 evanoleon avTopayikoyd
vAikov eivor evrovorepn (Fukuda et al,,
2006, Drost et al., 2008). Avtd 10
QUVOHEVD o HELDVEL ™y
GROTEAECUATIKOTNTO. NG evibpikig
Bepaneine ong puikég tveg Thmov I apov 7
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thGAA eodyetol 610 €0MTEPIKO  TOV
KuTTApov pe v diepyacic g
gvboxvttdpmorg (Drost et al., 2008). H
Bepomeio svQupg vmokatdotaong £yl
MG OTOYO0 Vo SWOTACEL TO CUGCOPEVUEVD
yvivkoyévo péow g Owdwooiog T
gvdokvtrdpmong,  evd  aviiBeta q
Sigomgon Kot OMOPGKpUVOT, TOu
aotopoyikod vAikod dev elval epti
(Fukuda et al., 2006). Inpoavtikdg eivar n
dwtdmwon Tng vaddeang twv Raben et al.
(2007), ov omoiov avépepav 611 mbavi
aitic ™G avrogayldg amotsiolv  Ta
EATTOUOTIKG Kot TOPUpHOpPOUEVE
Avcooapara.

Mi @AAn onpavTiky) popeoloyik
dwtupay wov Exet eviomobel otoug
aclleveic pe vooo Pompe slvan o1
gAAOLDCE,  GT  GUOGKEDT Golgi.
Avakdoviag pvikés iveg xur wvoPrdoteg
dwmotdlnke adinon tov peyébouvg g
ovoxewc Golgi. Mo mbavi} awtio ya o
puvdpevo avtd iowg civar 1 oulnuévn
GLOCMHPEVCT] HUTOPAYIKOD DAKOD 1 ool
epmodilel ™ peragopd Tav TpOTEIVOHY oo
m ocvokevr] Golgi mpog 1o Avoochpota
v va dwoneotovy. To gavdieve avtod
TPOKOUAEL KQTUKPATION TGOV TPOTEIVOV
o1 cbokewn Tov Golgi pe anmotéhecpa va
avéavetot Kat va aAlowbvstat to péyedog
tov (Cardone et al., 2008 ko1 Nascimbeni
et al., 2008).

Emiong évag tehevtaiog
MUavionog mov  EMAAEKETOL OV
noaBopuotoioyie g petafolukiic vdoou
Pompe givar 1 peswwopdm Swdeoyomia
KOt KaTavopr tov vrodoyéa poavolng (Cl-
MPR 7 M6PR omwg evodioxtixd
ovopdaletar). O vrodoyfag autdg £xer wg
KOpie  Aeitovpyin TN peta@opd  Tow
evlipov o~ yAvkooddon oné 1o ocloTnuo
Golgi ota Aoooodpata. Ltovg acbeveic pe
vooo Pompe mopoampelrar  peuwwpévn
dwbeopdtnre ko vrokewpanikyy Spdon
OV CUYKEKPiEVOL  umodoyfa oV
xvttapik] peuPpavny. Xe oobevelg pe
Bupid popet g vooov éxst mapoatnpnbel




Eridpaan g doxnans kard vy didpreia ujs Ospaneiag ev(opnls vroxardotams ae aoleveis pe véoo Pompe

ont 1 pewopévy  dwbeowdmio  tov
vodoyén  emnpedler v Oepuncic
gvlupui|g vaokatdotuong (Cardone et al.,
2008).

Ev xotaxheidr, oqoivetmn om 1
véoog Pompe ouvdéeton pe pi mhewdu
mbavoy nabodoywkov Swrupaydv. Ta
emotnuovikd  Sedopéva  péypr  ofjuepu
deixvouv OTL 1 AEITOVPYIKI UVETGPKELL TN
dwdwaoiug ™ avtopayiug pe ™y
ENUKGAOVON  CUOCMPELCT  CVTOPUYIKOD
VAMKOD oamotekel {owg v Kbpu witia
pvomdbelag ke puikyg Svokertovpyiog
otoug aaleveic (Fukuda et al,, 2006). H
evotdBecn  AUCOCOMIKOD  yAbKOYOVOU
efauting TG avendpkelng Tov  evidpov
6&wn o- yavkooiddon, o1 Slutupuyéc oto
péyetiog v ovokevav Golgi xkebdg ko 1
VROASULMATIKT SaBeodma TV
vrodoyéwv CI-MPR  # M6PR  omywv
KTTepiky) HEuPpdvr umotsiotv mbavoig
noedohoyikodg iaviopos g vooov. Ot
unyovispoi e toug omoiovg ovtoi oL
nebodoywkol mupdyovieg orAnhemdpoiv
petady tovg gaivetar ot xubopifovy
HEYGAT QUVOTDTIKT] Towhopopeie TIig
vooou.

2.3 Auryveron g vosov Pompe

H Sudyvoon g vécov Pompe
amotehel pioe duoxohn Swdikacin kubog
T0 KAWVIKG ovprntodpato tov acbevi sivan
oot Kot pe Giiov eidovg aoBéveise. ‘Exe
aapampnlel  o0tt o  pfoog  ypdvog
didyverong g kabuotepnuéving evijikng
noppfic ™G vooov xupoivetar ota Séxy
xpovia, gvd avtictowo 1 kebuotepnuévn
évaptn mg vocov Pompe or veapég
nicieg €xer péoo ypove didyvaoong ta
entd ypovie (Katzin xor Amato., 2008).
Hapoha avtd, 1n éykapn kot coon)
didyvewon g véoow eivar amapaitnm i
myv Eviagly tov ocbevi oe Ospaneiv
eviupuki)g vroxoatdataong £16t G6TE Vo
anogevybovv ot uvactpéyipes Prdfes tov
wtov (Winchester et al., 2008). Mo v
Suyveon g vooov Pompe o aodevilg
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vrokertal apyke oe efétaon eviupkng
dpucmpidtyrag tov eviopov GAA, H
gvepPYOTHTO TOV EVCDLOY ata Ppéen pe vy
KAQGIKY poppi} 15 vooov dev Eenepvd o
1% tov QUOIOADYIKOD KUt OTOVG EVIALKES
He oywn Evapén g vooov Pompe 1
spuctkOTTRToY EVihLov Sev Eemepvd To
30% tov vniov atonmv (Van der Ploeg
kai Reuser., 2008). H pérpnon mg
eviuikng dpaotikomrag g GAA yivetu
oe kuAhépyewn woPlaotdv N oe deiyuo
aiparog. H sedwcaoio g pérpnong sivin
anapaitnio va npoypatonombel og 6Ewvo
pH (pH 3,7-4,5) dmov 1 GAA éyer v

Bélniot dpactuikdomrd e Ta
VIOCTPOUGTE 70D YPNCLLOTOIONVINL YU
my  Swayeyn g pétprong TG

EVERPYOTNTUG TOU EVOOMOUL eival gite to
yhukoyovo  mov  elval 10 Quoikd
vdotpope g GAA, eite 1 padtdoln
(Kishnani et al., 2006). H pwixh Poyia
umopel va  ocvpfdier mupdddnie oty
wororoyikn emBefaivon e perafoiucic
vaoov Pompe {Ing et al., 2004, Kishnani et
al., 2006, Winchester et al., 2008).

H  pérpnon wg  evlvuixig
gvepydmntag g GAA  péon g
owdicaoiug  kerdidpysiag  woPAustiv
eivar Wwitepe efdmom kut  Eykupn

pEbodog. O woflAdotes mepéyovy v
vynhotepn ovykévipmon GAA og oyfon
pe diie xorropa. Qotdco, o kutddinhog
gCOMMONOE WOV GWMALTEITOL YU TRV
Seuayoyn ™ pérpnong Ommg Kat T
ypovikly weplodog mov ammteiter Yo va
avantuyfodv o1 KUTTUPOKUMEPYELES
xadiotd ™ owdikuaoio avni gpovoopa pe
arotéhecpo v kabootepel 1 Sidyvoon
{Kishnami et al., 2006, Winchester et al.,
2008).

Téhog, n pétpnon g evivpuknig
evepyotnrag g GAA  pmopel  va
apuypatonombel oto aipe. Méow avtig
g dwdikacing Seldyetol gite pétpron
T AEUKOKDTIAP®V 7OV IEPfyouv 10
gEvlvpo o- yhukooddon 1 1o Evlupo
yhvKoapvAaon mov £xel v S dpaon pe




10 wpmTo. Eniong, pe my S dadikaoia
propel va yiver pérpnon ko Stuyopiopdg
TOV AEUPOKDTTAPOV ORG T¢ OUSETEPOPIAG
v va keBoprotel mdhy 1 evepydtiu Tov
gvibpov  wat téhog  pE  ypriom
anofnpapévig  otayovag  cijatog  os
dmbnrid yupti kur pe Ty Poideia g
uxapPolng  yiw v avootolly  tov
wwoeviipov propet va Sieluybet 1 uétpnon
evepyomragron evlopov. H péfodog avm
¥propomoigitol Y TV OtdyveoT g
Bpepucic whuoikng poppng g vooov
Pomipe, Opwg éxel dwmotwbel ot eivan
apxetd ufidmotn kot Y v Sidyvaocy
tov aclevov pe kabBuvotepnuévyy évapén
e vooou (Jack et al., 2006, Kemper et al.,
2007, Kallwass et al., 2007).

Emwovpixd, yw ty emPePuiovon
e ddyvmang ot aobeveic kahd sivan va
vrofinfolv kot oe e osipd  dAAiav
Ponbnuikév eferdoewv. H eEétaon g
kpeatvikng  kwaong  (CPK),  tov
Tpavoapvdosey  (SGOT, SGPT), e
yohoktuerg debdpoyeviong (LDH), Adyw
Swrapuyis kot PAafng tov  pvikov
KUTTEPAY, TOU puokupdiov ahdd Kol tav
NEATIKOV KOTTApOV sival anapaitnies yio
THY KOTaypugt] T0u 10Topikol tov acbevii.
Eivor onpovikd va avapepBel o1 n tud
TG KPEQTIVIIKNG KIVAGNG OALG Kal Tov
@hov by uropel vo Ppioketer gviog
tov  pooodoyikdy  oplov  kubhg Eva
nocoot6 Tev acbevav dev mepovoialst
axpaieg pég. Qotdoo, 1 avénon avtdv
oV mapoapitpov wropel vo avédlel fwg
Kat  Oexomévie @oOpEg mave amd 1o
puaoroyikd (Kishnani et al.,, 2006). H
EMKPUtESTEPN Opmg eLétucy Yy v
emPefaioon  m¢ peraPolixng  vooov
Pompe givat n aviédvoy tov DNA 1 onoia
eviomiler Tov  thmo g yovidwkig
petdrhdalne.  H  tavtomoinon tov
petodiateny eivar onpovia) 1660 Y
Tov 80 Tov uobeviy 6o0 Kol YL To pékn
e ewoyévewng tov. Me Ty pébodo tov
DNA 1 vioog emfiefudoveron ko o
aalevig eivar o BEon v mepdost oto
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emOpevo  fpe mov eivin 1 Oepumeia
gvippung vrokatdotaorng (Winchester et
al., 2008, Smith et al., 2008),

2.4 Oepamciu eviopudis vrokutdstaong

AnG to 2006 £xer eykprdel and tovg
EMA (European Medicines Agency) xat
FDA (Food and Drug Administration) n

Kurhogopie g aVOoUVIVAGHEVIIC
avipomivng a- YAUKOOWAOTC
(alglucosidase  alfa) g  stupsiag

Myozyme® GenzymeCorp., Framingham,
MA. H éyxpion mg avaouvboaopévig o-
vAokoobdong emtedydnke 1é00 oMV
Anepikny doo kur omyv  Evpdmm  us
amotéieopa 1 Ogpomein  evlopukig
VROKATACTUOTG Vo €yl e supsin
epupioy oe aobeveig pe ™ perafolucy
vooo Pompe (Merk et al., 2009, Nicolino
et al, 2009). H aveocuovdvacuévig
uvBpamvn GAA (rthGAA) napéaystu und
TPONOTOMUEVY YEVETIKA KOTTOUPU
wolbnkdv xvetikav yapotep (CHO-GAA)
war  elvon  avtiotolgy g apGdpoung
Hoperig g Me Ty Ponbeie g
Quopopuchg navolng, 1 avaovvdvacuivng
avipomvy GAA  ocovdéetar  pe  tov
vnodoyxfe MO6PR o omoiog tqy perapépet
oto  opyavidw tov Golgi, 10 onolo
Bpioxetut oy KuTttupIK} sTQAVELd KoL
whog  pe mv  Swdkesie g
EVOOKUTIAPWOTC gloympel ot
Mooodpata {Schoser et al., 2007).

O oobeveig mov axohovlovv
Oepamele  evlupucys  vroxatdotaog
vrofdiiovial oe evdopréfin Eyyxuon tov
PUppakov  Suipkewrg 4-5 wpov  kibe
oexanévie nuépec. H  Soooloyia e
éypoong avépyetar ot 20-40mg-kg W
Kol 08 TEPITACELS OV 1) apyikt) 86on dev
EMAPKEL Yt TNV onoKaTdoteon TG
dpucmnpidTiitag  tov  evlbuov  otoug
okeheTikobg {ug 1) docoroyia aviaveral
ote 40mgkgh? (Kishnani et al., 2006,
Schoser et al., 2008, Katzin xat Amato,
2008). Ta péypr tdpa Sedopéva amnd ™
Uepameint eVEDUIKNAG VIOKQTAOTUONG sival




Enidpaony ¢ doneng xard my didpreia vie Oepareiog ev{opixie vaokaraotaos oe aoleveic e véao Pompe

gvBuppuvTIKG 0Pov O TOAAES TEPIRTOTELC
£xer avaotaiet 1y tayeio eEEEn e vocou
(Bembi et al., 2008). Inpaviie givar n
Pekriwon tov mocostol OvnodéTnTag
kabog xataypagnke peiwon péypr kot
79% omag eniong Kur Tapdiinin peioon
10V 70000100 vroflonBodievng uvumvorg
kotd 58% (Schoser et al., 2008). Av km
LRAPYOVY  Blgopodueves  amdyel dcov
apopd ot Peitimon g avamvevotikig
rewtoupyiag, pEMETEG  Eyouv  avogépel
Beitiwon tov aobeviv mov ypardloviay
vrofonBoduevn avamvorn, evéd avrtibeta
p perémn xotéypaye apwnmiky eféhén
tov aclevi, xubhg o iSwog o aoBeveic
Gexivnoe TV ppoviky VTooTAPIER HETG
v gioodo tov oty Bepaneie svlvpkig
vrokataotactg (Burrow et al., 2007). Me
v £violn tov acbevav oy Bepoaneia
sVEDLIKTC VTIOKATAOTACTS 0TOY0S sivat v
avactorel 1 @Oivovoa mopsin  tov
KIVITIKDV KQL GVRTVEDOTIKOV AELTOUPYIDY
(Van Capelle et al, 2008, Platt xo
Lachmann, 2009). Oleg ot pehéteg éxouv
deilet 6T n apyixn Kutdotuon Tov achevi
apwy v Evtaén tov omy Oepaneia
arnoterel To onpovuxdtepo muphyovia
apoyvoons. e evijhikeg aoleveic e
kabvotepnuévyy évapén g vicov éyst
kataypugel  onpaviiky Peltiwon oy
KWNTIKT Toug 1kovdTta kafhg 1 Eyxaipn
évtaln tovg oy Bepunein tovg andilae
ané  t  ovomipikd  oapeido o
OnoKTowy v wavotnta v eheddepn
fadwon (Burrow et al,, 2007). Exiong, n
avunvevoTual Aertoupyle €yl gavel om
emnpeaderon  feukd amd ™ Bepunsia
evbopikg vroxatdotuons. AcOsveic pe
dretupuyis oY ovanvensTiky Aettovpyia
rapovsicoay  fertimon ot Loty
xopnuxkéte (VC) oe dphe Béon kabac
Kat oy doxpacie efdientyg Padiong
petd and 6 piveg Bepumevtikig wyoyhg
(Case et al., 2008). Oeticd anotshiopata
OTHV GVUTIVELGTIKT] AEITOVpYiR KuTéypuwye
UKOpN pia perémy oty onoin 8 aoleveig
eCuprapevor and OVUTVEDGTIKY
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vrooTpén, petd omd 52 ePfSopadec
Oepuneiag pelwoav onpavuke 10 ypdvo
e vroffonfoduevng avamvoric  kat
UVEKTNOUV KOOGS KIVHTIKES 1KavOTNTEg
omwg 1o Padopa (Orlikowski et al., 2011).
Ly EMGda ov apdtor acleveic mov
vofinfnkay  oe  Bepumeiag  evCupi
VIOKUTAOTAoNG ATuv TECOEPIS Yuvaikeg
Koy Eveg avdpug. Ta arotedéopate amd
v Bepansia frav Oetikd xubde petd and
&1 veg Bepaneiag o1 TéGoEpic amd TOUG

névie  acleveic  cixuv  afoonpeiom
Bedtiwon,  téoo oty avomveuoTiky
Aertovpyio 6oo emiong kat oo aiobnua
KOMMGNC. Apvnuika GmOTELECHUTA,

ropatypfnkay  pdévo o& o yuvaig
aobeviy 1 onola peta Ty évialn e ot
Bepansio avnee 10 ¥pdvo avuaveELOTIKAG
vrocTpiEng xul Sev Perrimoe ovte v
KIVIITIKY] TG KQTAoTeon ¢Ald 0H1E Kot 10
aicOnua  xénwong (Papadimas et al.,
2010).

H Pektivon omyv xepdioyyew)
rertovpyiu oe aobeveic pe kobBustepnuivn
gvapén g vooov Pompe sivar hrydtepo
eppoviy iomg YTl To  Kepdayyswaxd
npocPirieTen o8 pkpotepo  Padpd.
Qotdoo, o Ppéen pe Ty Kaoua] popen
e  vogov  £xer mapatpnfel dm 1)
Bepumeie  eVOUIKIG  UROKHTAOTUONG
pmopel ve feltidost v vreptpogiky
pvokepdlondleie mov wvamtiooovy. H
Bektimon owvoy  mpoépyetmr and T
UTOOTpORT, TG vaepTpoplag Tmv
KOWMOKGDY TOYWHATOY Kot T SUCTOMKS
Aewrovpyiag g kapdide. H Oetikny éxPaon
™6 Yepuneing eviopuaic vroKaTAOTUONG
otoug ugbeveigc pe ) Ppepua] Kook
popen g vocou oyetiletul pe 1o ypovo
emPiwong tovg. 'Exer kataypapel 611 o
xpovog emPiwong rov aolevav avtdy o
pepikég mepurtdoetg £xel mopotadsl v
ENTd ¥pdvin (v vrokoyicovpe 6T o péoog
xpovog Camg twv Bpepdv sivan 7-8 wijvec,
Pereiera et al., 2008, Jami et al., 2008,
Nicolino et al., 2009).




Inuovried  emiong Ty To
evprjpate tov Thurberg kol cuvepyatov
{2006), o1 omoiov mupumiproav 6Tt 1
Oepareio evlopnaic vrokutdctacng eival
REPIOCOTEPO nOdOTIK TG HuiKeg {veg
tomov L Aodfeveig pe  peyaddrepy
avehoyin puikegv waov trov [ eiyav
HKpoTEPN oToroyikY] PAdPn otovg pug
TOUG KUl HEYUADTEPD HOGOGTO UElOONE TOV
vAvkoyovop o oyfon pe toug aobsveig o
dmowol elyov OTOYOTEPY] KUTAVOUT OTOV
GUYKEKPIHEVO TOTO UKDV vhv,

0 kibe achevig Y
gvianokpivetar pe tov 8o 1poémo om
Bepaneio evluuuknig vroxatdotaone. [épu
and 1o pubud eféhilng mg vooou kot Thy
Khviky] katdotaon touv aobevi), vdpyovy
Kot (Ahor mopdyovied mov pmopel vo
aFOTPEYOLY 1| Ve pEihoovy TG BeTikég
emdptoes ™¢ Ospunsiog. H nmupovoiu
eCavinudtov, mopetod  xubimg Kot 1
neimon tov kopecpol tou ofuydvou eivat
CLURTBUUTY MOV oUxva Tupouctdlovial
otovg ucleveig ue anotéreopu 1 Bepuneic
eviopua|g VITOKOTAoTUONG VI S1UKOTTETI
(Katzin kot Amato, 2008). ‘Eva duwg und
o pEyaAbTEpE TpoPAnuate mov MPEnst va
gvTipeTOmoToly  elvin 17 wapovsia
GVIICONATIOVY  7AOD  UVERTDOoOUWY Ol
aolevelc évavn g uvaouvovaouévig o-
vrokoowdong (thGAA). O acleveic us
mnpy EAkswym g GAA avurtbooouy
Witepe VYNAS TOCO0OTO  OVTIGOUGTOY
(anti-hGAA) pe omotéhecpu ve £xouy

ety  avtardkpion  ony Bepaneia
(Burrow et al., 2007, Schoser et al., 2008).
H 6w Plov Oepumeic  sviupikig

UTOKQTACTUONG Tov aclevov paivetat 6t
Toug MOpEyEl TNV SuvaToTITo Yo piu
xkoADTEP mowoTtHre Comic. BéPaw o
peytro kootog ¢ Ospameiug eivan éva
Bépe ro ontoio Bu mpémel va wpoPinpaticet
Tovg 1Bvovee Yo T dntovpyia vEmv Kot
OWKOVOHIKOTEPMY EVOARUKTIKDY
Beparevtikdy Tpoceyyicemy,
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2.5 Aoxnony oe acbeveic pe oyuy
évapln ™y vocov Pompe

Ta edevtaic ypdvia, 1 copatk
aoknon Oewpeital o véo emKoOUPIKA
Osparevixy TPocEyYYIoT i Tovg acbeveic
ne oyyua) évapén g véoov Pompe. Av
Kot dev  vmApyovv  OpKETEG  pehbreg
aoxnong oe uobeveic pe vooo Pompe,
EVTOUTOIG Ta AEpioootepn (pbpua xdvooy
avapopl i 1ic Oerikée embpdaoeg wov
iomg B &xev v doxnon oty modTNTR
Comg tov aclevav. H apoty pehém mov
MPOCEYYIGE TO KORMUATL NG doKnong Hrav
twv Slonim xui ovvepyarav (2007). Ze
aun} 1 ueréty, dexutéooepic aobeveig
vrofiiBnkav  oc  vroufyiotny  wepofiu
Goxnon oto  60-65% g péyiomg
npooAnyng o&uyovoy ot éva didotipa 8o
ne dexa gpdvie. Or Betikée embpdosic mg
dokneng  Nrav  gpgoavely  tooo  omy
GVUIVEVDSTIKT Aettoupyie kudbheg avéndnke
11 Cotua yopnrikdémta (VC) 400 kar o1t
poiki Asrtovpyia onwg efichoyitnke ard
™y TpomomoniuEvy  KAfpuka  pUikiG
rerroupyiug OV Walton
{spomputoroyio). Qotdoo, N Epevve dLTH
eiye pefododoyikd pewovektipata kabog 1
rupaxorovdnon tov aclevov ywdtov
TNAEPWVIKA Kl T0 TPAOTOKOALO GOKNGTG
dev  Owluybtav  wnd v eniBhewn
youvaoT]. L outd to pebodoroyikd
LLEWOVERTHROTY TPOSTEONCE VI ORUVTIOEL
o xpdoeat pekétn omy onoin névie
acbeveig unoPAnBnkay GE éva
TPOTOKOALD Goknong vnd v emifisym
yopvaot (Terzis et al. 2011). No 20
ePfoopddeg o1 aobeveic axolovBodoav
CUOTIHUTIKG TpOTOKOAAO doknong to
onolo elye ouyvéTyia TPEic QOpEC TV
gfdouddu xur v doxnon Sieuydtev oto
onitt. To peyuhdtepo TAEOVEXTNUL TOL
Eiye 10  OULYKEKpHEVO  TPmIGKOAAO
AoKNGNG ApPOPODOE GV TANPOTHTIU THV
ucKknoswy ov ooprephapPave, kulag
nepieiye aepofieg aoKNGE KOl UGKIO8LG
puikne  evowvdpmons.  Or aoleveig
extehodoay apyikd 1o aepdfo puépog g




Exidpaoy s dorifois xard my ddpxera tic Jepamsiog evipuikis vrokardetaoys e aclevels ye voao Pompe

doxkneng oe xubiotd modAato Kat otp
cuvéyeln  extERoloay  T0  MPOYpPUiLLU
OVTICTAcEmV T0 onoio £6ive Epqaon oTig
uoikeg opadeg wov mpocPddloviuy and
vooo (kopmmipeg wiiov, KUpmtipes kal
EXTEIVOVIEG TOV YOvVHTOC, wrtaywyol xai
mpocuymyoi peg 0V wyiov,
Agyovoyoitng, EKTEIVOVTES Kt
otabeponomnikol pveg g orovéuiidig
otiAng,  otabepomoujrikol  poeg TG
OpoTAATIG, posg g opwknag  Cdvng).
Meta oand 20 epdopddec ot wobeveig
aflodoyinay oty ebdhenty doxpacic
Padione, oe Svvopopéipnon Tov KipLay
LikGv opddmv mov mpooPdiloviat and
™ voco wul téhog  afwhoyhbnke 7
COUATIKY TOVG GUOTACY HE Th) ¥pHion T
amoppopnowopeIpiag  Sukic  evépysiug
axtivav X. Ta aroteléopute tav upxetd
evloppuviikd  xabhg  dhov  aoBeveig
PednidOnkay  onpaviikd.  Afwonpeinm
frav 1 Perrioon mg puikie palag Tov
ave akpav fvavnt g puikig palog tov
Kot daxkpav. Mw mbavi enynon v to
pawvoueve avtd iowmg eivar 1 peyakdrepn
advvapie mov mupovardletul oo KGTE
axpo kubag mpooPdailoviar neplocdtepo
and T} VOO0 OF OYEGY] HE TIC MUIKEC
OpadES TV Gve dxpov. Aviég ot dvo
pEAETES eivat Ol TPMOTEG MOV KATEYpPUWPQY
11 Uenixég emépdoeg g Goxnong oe
voleveig pe ™ petePolikii voéco Pompe.
Qo1600, oL YVBOEK, Hog YOPL and Ty
(oKNON GE LT} THY KoTyopie Tmv
acleviov  moapapével ehhumic. To  véu
epoTAUate 7ov apénel va 1ebodv 1o va
a&1020yicovy TIg ERBPAGELS THE doKTioNg
otoug wobevelg pe ™ vooo Pompe {owmg
odnyoovy ot Spopenikés TPOCEYYIGEIC
kut oty Onpovpyie  ohoxhpopévay
apoypappdtov doxnons. ‘Eva onpaviike
ephTnpo mov £xsl Tedei civan av 1 doknon
vneptepet g Gepumeiag eviupucg
vrokataotaong xabdg pepwol aobeveig
dev  mapovowilovy  Pedmdosig  omy
KAVIKT] TOUS EKOVH amtd TV yopiiynon
aAVESUVOUUOREVTIC avlpomyng -
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yhuxoowidong, Emiong, 1 ouvduaotikn
Bepunelo evlupikic vrokutdotaong Ko
goknong Katd TV didpkewd g EyRvong
iong enupéper peyaddtepy Pertimon tooo
GTNV amoppopnon 1ouv evlipov 6o Ku
otV KIVIUK] KOt @VEIVELOTIKY
wovomte tov aclevav. H avinpévn
apoTik}  pol kuTd TV dldprew g
aoxnone iowg Bondioel oy aepmtépm
SEopEDOT Kul RETAPOPY 10U sviDUOL and
TOUG  KuTtepikovg  vaodoyels oto
Mooohpate  pE  omotélecpe TV
peyadotepy Sudomuc oL YALKOYGVOU,
Olot avroi o1 mbavoel pmpyaviopol mov
iong Pernidvovrar katd ™y doxnorn B
Pondicovy  omv  kedvtépevor g
naboguoichoying g wobévewg kot g
nowmtug Lomg tev acbevdv. Exione, o
napepPanixég pébodot nov iowg Ou apéiet
v dnpovpynbody vy v afiokoynoonpe
TG EMOPUTES TG GOKNONG KUt ThY
Sudprewe g Bepamsing  evivpiknic
vrokatdotacg Bu ddoovy via tpomy Kal
ioyupotepo xivnpo otoug aobeveic vu
aoKoBvIuL.

2.6 Acinon ke ablnen g wpuTiic
po1ig 6TOVG pug

Eivar  nmpogavég o1t xotd v
Goknon T PRI} por] TOV  EvepyGV
QiK@Y opuddev petafdiieTan o cuvineio
g EviaoTg, e duipkelag, Tou gidoug g
puiKiig ovotodng xabhg Kul tov TORoY TwY
UKDV VAV 70V EVEPYOTOODVIAL, e
xattotaon npeplag n xopdia Soyetedst 5
Aitpe afparog 10 AERTO wmd to omoin 1o
20% petupEpeTal STOVG Pug, EvM avTideTa
Kot ™V GoKnon 1o ntococtd avfivetay
Yopw oto 50% pe 90% aviloyo pe to
ropaxmponikd g acknone (Rowell et
al., 1994, Subah, sport physiology, chapter
48). H adénon avti g apatikis porg
katd g Owdpkel TG APOROVHTIKING
napépPaong  {doxnong) ogeiketr  oe
Sipopoug TUPAYOVIEG ommg N
ayyewoyiveon tov pyoedov ayysiov, 1
avadiaidpeoot v upplakol diktiow




OTOVG OKEAETIKOUG Mug, oty adbnon g
ovpnednnikig veupucc Spaommpidmitag,
OTNV UEIMGCN TG MEPUPEPTNG UVTISTUONG
nov od1yet o ayyewdiwotoh] Kubhg xut
™MV EMOTPATELGH  TOV  OUHPOPETIKDV
oty poikov wov (Kayser et al., 1991,
Saltin et al., 1998). To 1979 o Grill xw
upyotepe o Weashe to 1986 pe oy gpiion
ToV vrépmov Doppler fitav ot mpdtor Ao
ratoplocay v arnodeifovv 01t xetd v
gvapEn ¢ AoKNONG LMOPYEL g TOAD
ypRyopn abfion ™G taxdmTug Ko mg
pofg TOL QitUTIOg OTOVg Evepyolc HuC.
ZoYKEKpIHEVD  KUTd TV GOKNGY  pE
EKTUCEIS T®WV YOVATmV OV ool 1
emflapuvon oy oAl Al
rapatnpiinke o1t o ypdvog mov amaitsital
Yot THY HEYIOT] MpiTeon) tov pudy eivot
Ayotepo und S5s ko avéaveru g Kur <
HWs og  oynidtepeg smPuapivoeig
copnepthopPavousviig kat g péyiom)
emtPapuvong (Radegran et al., 1997). Avto
anodekviel Ott 1 amohvt wdénon g
AIPNGTOOoNG TV puoy Kopaivetal arod 0,31
min™ og KeTAoTaon Npepiag Kot avepyeTal
ote 10L min” xotd mv péylomn doknon
(Savard et al., 1987). 'Erot n tuydonta ko
N poy tov wiparog woikilouvv xutd T
npepio Kot ket Ty SIdpra oV puikov
ovotordv., BéPuwe elven onuovikd vo
aveQEPOVLE OTL avdAoyo ne TV viuon
MG AOKNONG 10 ERiNEd0 GIPATWOTNG TV
poay orabeponositn péoa og 30490s s
pie  puxpn  abfnon mov  umopel  va
rapotpnlel oc mwolv  Evioveg pniKég
npoonifeieg (Radegran and Saltin, 1987).
Téoo n wopetpua} doxnon 600
ka1t N dovepukd  doxnon  avdavel
OTIMUVTLHCE TV QHIQTIKE] pO1} OTOVE HUG Mg
ardvinon tov avdnuévey petefolxdy
QuUTioEmY TV pudy. Ze  Suvopuxég
aoKNoES TOAG  vynAig  Eviaong  Eyst
rupaTnpndel 611 1} dpaTIKh POt TOV LGV
avépyetar ot S00ml/100g/min, 1o
nocootd outd  umopei vo  petafindet
avaAOYO ME TO TORO TOV HUIKAOV WAV
(Sabah., sport physiology chapter 48). H
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etk pot} otig ofedwnikee Puikég Iveg
(Bpudrag  ovotohis tomov [)  eivan
CHHOVTIKG bynAOTEPT A0V Tov TAoUGIOL
TproEdikot  Siktbou, TV agpofav
evopmv kot royovipiov mov dwdétovv.
2e oviifeon or yAvkolumikég pvikég iveg
{rayeiug cvotoing torov 1) nupovawilovy
YORNAOTEPT) CiloTiK)] poRy AOym  tov
UEWBUEVOL  TPLYOEOIKOL  OIKTUOD, TwvV
avaepdfov evidumv kut Tov pelwuivoy
aptdud oy wroyovdpinv (Pette et al 1990,
1997). H vimu £wg pérpue emPapoven oe
SUVOIKEG QOKNGELS TPOXAAEL Mg evepyo
vEepaapice i oomoin Swwkpiverar oe Svo
pacere. Me mv évapln e puikig
oLotohic kg1 o Sutomipe 12
OEVTEPOAENTOV 1] CUUATIKY] PO} OTOUG
gvepyong puc auvldvetwr Kt oTudiukd
napovowalel éva hatd (péou ota TpOTH
5-7 devutepOrenta) To uvopsvo wutd £yst
apuktipiotel  og  wpaOTH  @don, e
okohovBn T dedtepn don 1 omoia
nopapeital  péow ota wpohte 15-20
DEVTEPOAETTY GO TV Evopén e Nuiknig
CUOTOANG Kl EXEL YUPUKINPCTEL Ofd g
O upyn wdENON TG CILATIKNG Powg 1)
omotar dnpovpyel éva xawolpyio TAaTH
(Anrep et al., 1933, Shoemaker et al.,
1999). AvriBera pe m xhuow Suwpaoti
vrepuipic mov £yt uvapepbel o wdvo
KATOIEG MEAETEG KAVOLY AGYO Keal Yo
PO vrepailio katd vy Sidpkeia
SUVUHIKQV OCKAoEWY Omov 1) &vidon
vrepPaivet 10 75% ™G péyonig
npoondabewws. Yno autéc mg ouvbijkeg
napatypeitae eniong a ypRyopn avtnon
TG PTG POTIG 0T TPOTN pdom onoln
axorovBsiton amd po Ppaditepy dedrepn
paon 1 onola xopupdveto petd te 30-60s
amo v evopln Tg doknong ko t6Aog,
aupurnpeital v tpitn @don 1 onoin £xet
™V M0 apyY ouvictacu pldvoviug os gva
wAUTO YOpm ot 150s petd v évapén g
doxnone {Radegran et al., 1998), Eiva
TPoQUVEG OTL TOG0 1] Wt 860 Kut Evrovn
aoxnon propei v emgéper petaforég
CTNV QUTiK] pol TV Hoov to péyeboc




Eridpoon vg aoxong kawk vy didpxeia mg Jeparsiog evlopnc)e vroxardoresys o asleveic e véoo Pompe
EVIAING Hopenis

g omoing oyetileror pe 1o gidog TG

HUIKYG OLOTOANG, TV €viaot kai
ddprein ™E puikng npocrdfeiug.
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HI. ME®OAOAOI'TA
3.1 Hepapanikoc oyedracpég

X0V WEPUPUTIKG  OYENGCHO
cuppeteiyay  @wEvie  aobevsig LLE

perefoiua) vooo Pompe gvihaxrg popeic,
o1 onoiot rav 1101 svaypévor oe Hepaneia
evlopr)  vroxataoteong  (Myozyme,
Genzyme, USA) yw tovhdyoctov 12
pufiveg, kot axokovBolvoavy, napdiinia,
oUOTTMaTIKG  TpOYpopuUe  GoKToNg  HE
saifhey, tpeg popéc v efdopada. O
acfeveic ovroi Ppiloxoviav ot oyetikd
ctwfeply Astrovpyik) Kkotdotacn  (BA.
oovéyer).  Tlopaddnia, ot  wacleveig
eviayOnkay Kol o8 wpOTOKOALO (OKIIONG
katd ™ Surpkew g epaneiag evivpikig
vroxatdotuone, xGbe o600 efdopddec.
Kabe efdopdda o1 aobeveic émpene va
copminpavouy  tpeic (3}  ovvedpisg
doxnone.  Tnv  efdopade mov  WTav
wpoypapuoncpévn 1 Bepansia evlopuaig
vroXaTAoTacT 1) Tpith cuvedpia doknong
oiefaydtay  GT0  voGoKopelo ke1d
ddpkein g evdogrifiag Eyyvong.

Agrnon katd
tHv S1dprew
g Eyyuong

Eyywon +A-E£
Agknonew

Eyypoon + A-E
Aoxnoeg

26
EBdonadeg

TT1 TT12 13

Epipa 3.1, O nepapaticog oyedaopdc.

(A-E Aoxvoeig = cvomqparticy) aepdfa apondvnon
KUt TPORGVIOT UE aviioTdosg),
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Meflodoloyfa

‘B efdopideg mpv (T1) xabhg kot
omyv évapén mg rapepfotikic wepiddon
(T2), owelnybnoav ov  petpiosic ™
gatentg Odoxyaciag Padong kot g
puéyong  woustpikig dvvaung. Ot
ueTpnoels  autéc  emaveiielnkav  oto
tEhog g mapepParikig aepodov (T3). H
gfétaom ¢ copoTkic ovotactg £yive
otv évaptn ™c mapepPatikig neplddov
xat oo téhog g (T2 wor T3). Efmriag
™mg EMAEWYNG opadag griyyov,
¥pnoyoronifnkay Ot PEIPACE  OTIC
ypovixég oriypée T wkae T2 g petpiioe
ecmrepkot eAfyyou. Ov mbavég aliuyég
ot avebdpmreg petafintég efotiag g
nepapanxng  wapéuPacng  elEyyOnxav
usteEd Tov ypovikev onpeiov T2 kot T3.

3.2 AcBseveig

Zmy  wstpaponiky Swdikaoia
coppeteiyav  wévie  (5) ocbeveic pe
petafolikny vooo Pompe evijiieng popgiis,
dvo (2) yuvaikeg xou tpeig (3) avdpee, ot
oitoiol  eviuepofnxay avoALTIKG Yio TIg
newpoponrés dwdikaoieg  xur Towg
Enthfnke v covavésouy YparThg i 1)
ovupetoyy] tovs. H vooog éxer hwryvoorel
otovg acBeveig ovtolg Poynpxd pe
dpagtipottae tov evibpou O&nmg -
vAokoowaong oc wofidoteg xar £xel
emfeParnbel pe yevetkd éheyyo (Mivoxag
3.1). Olor ov wobeveig fPpioxoviav o
APOYPUULL Oeponeiag evlopuaig
vrokardoraons  (Myozyme, Genzyme,
USA), evd napddinia axoiovlovoav éva
APOYPEUUE  CUOTNUATIKAG — COMATIKHAG
doxnong pe enifreym Tpeig popég v
efoopada (IMivaxag 3.2). To epevvrukd
npwtdrkorro eyxpibnxe ond v emrponi
Emotnpovikrg Aeovioioylog oV
Avyiviyzeiov Noooxoueiov touv E8vikod kot
Kanodwotpiakod Hovemaompiov AOnviv.




Eridpaoy njg doxnons kare v didpreta mg Oepaneiog eviuuic vrokariaramys oe aoleveis pe véoo Pompe

ITivakag 3.1. Xapuxmpiotid doxipaldpevmy - acleviv.,

EVIAIRNS poppig

Actigveic ok Mk Topankd  Ywog Matdiiagn a-yAukombion gtoug
Milu wofikaotig
{cm) {nmoles-mg-min™)
kg
H Q 47 49 159 [V51-13T>Grar 2431insC (GAA .08
ext?)
2 © 46 46 158 IVSE3 TG ke 1293del20 (GAA .16
ex8)
3 A 44 9 175 IVSI-13 T=0 ko 1293del20 (GAA 0.25
ex8)
4 A 36 81 183 IVSI-13T>G won 1943G>A (GAA 0.24
extd)
3 A 42 74 175 IVEE-13 T>G kent ¢.2066-2070dup. 0.26

3.3. Oszpomcio  svluukic vrokata-
oTUCNG

Kabe 800 efdopddec or uobeveig
npocEpyovay oto Arywnisto Noookopieio
tov EO0vikod kv Kamodiotpuixon
Hovemompion AGnvédv yie va  vro-
finbody o8 Bepumein  evlupukig
vrokutactaong. O acleveic Mapfavay o
&vlopo  w-  yhvkoowddon  (Myozyme)
evdoghePing os Séoeig Tav 20mgkgh
To é&vlopo o- yivkoodaon (Myozyme)
aparwvetm oe 0,9% yroprovyo vitpio xut
ot cuvexew yopnyeital otoug ucbeveic.
O pubBudg xopﬂﬂfncsr}g tou evipov eivin
ape. Imgke™ b km omy oLVEYELL
avléveta ot 2mgkg ! kade 30 hentd
pégpr v @ldoel v péyisto  pulus
Yopfiynamg ota 7 mgkg " h. O svvorikoc
ypovog mg  Bgpunmeiag svQopikig
VIOKUTAGTRONS avEpyETal ong 4-5 dpeg
yo, xGfe oolev oe wile emiokey,
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3.4. Hpéypuppa dackneng to omeio
spapndélerar

Ov aoBeveic mov evedydnkay oy
rewpapatikyy hwdikucia efaxorovbotoay
vt mopakoiovfodv 1o efdopadiio
npoypuupe aoknong  (He emifieyn) pe
ooyvoéT e tpewg @opéc v efdouddu
(Hivaxag 3.2, Terzis et al. 2011). To
EPWIOKoALD doxnong fexwd pe 30kent)
wodnAdnon oe otatikd xubotd modnharo
ue empPapuvony 1 omoia kabopiletul pe
Baon v kapdakh cugvornre (65-75%
™mg péytotng KX) kot 1o aiodnpa xémwong
xkaBe aobeviy.  AxohoVBwe, mpuyua-
toroobviat edntikés Swtdoeg Yt TIg
KUpteg uvikée opddeg (mpochol punpnion,
oniobot pnpiot, YUGTPOKVILLLOL,
ducdpaior Bpuyidvior, TPIKEDUAOL
Bpapdvior ko Owpomaxol) didpkeweg 10
remwov. To  wuplog  pépog  tov
npwToKGAAOL  doxong  mepthapfPdver
OOKNOES Yt OAeg TG peydiec pwikég

MeBodoioyia

opadec. TUYKEKPUIEVH, O UOKNCES 7OV
neprhapfavoviat oto Tpdypaupe Goxnong
etvin nukdbwopa agto Y4 mg kiviong,
Kapyn wyiob pe Avywopévo yovato und
Opbia B8éom, éxtaon omichwmv punpaiov,
UECYOY Kol ZPoowyoyn wyiov, Kapymn
OyKGVE, EKTACT GYKOVIE, KOAALTIKY ord
xabot Oéon, méoeg Obhpuxy, worilakot
Kat puyiaion Qg arolBepunciv, o1 ucbeveic
EKTEAODY e S1TRoES.

Na myv extédeon tov aokhosmv
xpnowponondnkay 1000 eietlepa Pdapn
000 KOl WevApato odid kol poloxol
wavteg ko codnvotd kiotya (Thera-
Band,USA) eved v v aftodoynon Kat
Ketoypapny g Kupolwkg  ouyvOTnTeg
ypnoponomBnke KAPOOOUVOUETPO
{Sport Tester HR, Polar electro SF-90440,
Finland).

Iivakag 3.2. To yopakthiploTikd TOU  TPOYPUUUATOS GUOTHHATIKNG (OKNGHS ®Ow
uxorovboloay ou aobeveig pie vooo Pompe evijhikng poperg ou onoiot suppeteiyay oto

EPEVVITTIKG TPWTOKOARO,

Acorijogig

XepukTnmoTikd

Kuthatd rodijharo

Awtitoelg

Y Hpjukdthapa

Kapym woyion pe Avyopévo yovaro und opbu Bgon

‘Extuon onichwy pnpwioy
Anaywyi/TIposuynyi loyiov
Képym Ayxdva

‘Extacn Ayrova

Keymmianik} exd xathot Béay
Théoeg Gopuxa

Kotaxot

Payaion

AwiTaoeig

A0iemTat

Hmieg mubntucég Swrdoeig (xipieg
nuikés opddeq)
3-doet/10enav/50% 10 MAE
3-doet/10erav/50% 10 MAE
3-doer/10enav/50% 10 MAE
3-doer/H0eravi50% 10 MAE
3-d4get/ 1 0emav/50% 10 MAE
3-doet/10exavi50% 10 MAR
3-doet/10enuv/50% 10 MAE
3-dger/ 1 0eruv/50% 10 MAE
3-dget/10enav/50% 10 MAL
J-doer/ 1 0enav/50% 10 MAE
"Hmeg mutntikés Surdoeig (xipeg
HLIKEG opadec)

*3 ovvedpieg/ efidopadu,® Sidhenpa petadld TV aoKNoE®V Kt ToV 6T 2 AETTd

22




Exzidpacy ve dornang katd oy ddpre tye Ospareiog eviungjs vrokardotaos ae aolleveis ue vioo Pompe

3.5. Hpéypuppae dokyeng kerd
owaprers g Ospameiag  evlopuiig
VIORUTASTUOHG

Ot agbeveic mov coppeteiyay oy
newpopoTicy dwdikeoia vrofindnkav o
goxnon xutd  Swdpkew g Oepansiag
eviupucrls  vokutdotuong 1 orotd
dwebaydrav kafe dexutéooepic wépeg. H
aoKnon Kutd m ddpkew ™ Bepunsiog
svlupuis  vmokatdotdong  yivoviav
napaiiniu pe v efdopadiic doxnon
nov  akoiovBovoay ov acbeveic ko siye
coyvoTta 1pelg popég v efdopdda. Ot
acbeveig, xdabe Oexartéooeplc  pépeg
APOGEPOVIAY OTO VOTOKOUEIEKE YOPO Kot
vrofddlovray oe Ogpaneiv. Kotd ™
Sipkere TG TPHINE Bpag the Gepuneiug,
o1 aobevelg APUYRATOTOIOVCUY
npwToKoAdo doxnong. To npotdékoddo
gownong  mepehdpfuve 30 demtd
nodniaciuc ot kubioté-graniké nodihato
ue emfPapovory Opow pe  exeivy g
CUGTNUUTIKAG APordvRONG. LT} cuviyein
Kol 010 dedTEpo pcdmpo g Bepansiog
evQopikic  umoxkutdotaone ot ucleveig
EKTEAOVOUV NAEC UOKNGELS Y1 To KAT®
axpa kalog v exkTédeo wokioEev oTu
dvo  akpe Mrav  ddokody Advm g
EVBOQAEPIUG YOPMYIIONG TOU QUPHAKOV.
LT oOKACE Y Te  KAT®  GKpu
cvpnephapfdvoviay nukabiopata oto Y
g wivnone, kapym wyiov pe Avywopévo
yovato oand Opbw Oéom, umoyoy xot
tpocuywyy toylov. Kard m Sidpreia tov
npotov efdopdadov  ektelovoav 1 pe 2
GEWPEG TV Ok emavurnyenv oto 50%
v déku péniotev smavadqyeny (MAE)
yia kdde doknon, pe Sudeyppoa  dvo
AERTOV AVApPESH OTIC UOKNOES KUl OTIC
cepés. Metd 1o mépug tov mpdTev
gfdoudduv o  mpomoviTikGg  GyKog
aviinke omg 3 upe 4 oepéc ke 7
avriotaon kalopiomke pe Paon ) cwot
TEXVIKT EKTELEGTG TWV GOKNOSOV Kdl T4
Aeroupykyy kavom e Tov aolevidy. Na
v EKTEAEOT) TV UOKNGEOV
ipnoworonnkay  puioxol 1udvieg kot
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eviphirng popuic

cwhnvetd Adonye me erapeiag Thera-
Band evd v xkopdaky  cupvoTa
petpfionke pe  xopboocuyvépstpo Polar
(Sport  Tester HR, electro SF-90440,
Finland),

Ihivexag 3.3, Tlpotdkodiio doxkneng kot
v ddprele ¢ Bepaneiag  evivpucic
VROKOTUGTUOTG.

. Epdonade Efdonadu
Ackfoeig I'E 31 H 4,55 ) 6%
Kathoto 30%entd, 30Xenta
nodijAato uvtioTaon

1-2/8
Y Hpuwdaioua I-2 3-4 gripéc
cewpég/t0en  /10emav/50
av/30% 10 % 10 MAE
MAE
Ky woyiov I-2oapéc 34 cepég
pe Avyouévo M0emov/50  /10srav/50
YovaTo amod Y% 10 MAE % 10 MAE
opOwx Béon
Anayoyi/llpos  1-2 oeipée  3-4 oepig
aymy loyiov H0ernav/5S0  /H0erav/50
% 10 MAE % 10 MAE

*1 oovedplo/ 15 nuépeg
*odheype petald TOV GoKNCEGOV KUl OV
oet: 2 hemtd
3.6, Afwioynon g copatuaig
oVGTUGTC

i my a&ohdynon mg scopotiknig
alotuong 0rot o1 acleveic vrofAndnkav
ot anoppopnoopetpic MmAig evépyeiug
axivay X (DXA) npwv ko petd g 26
effdopddeg mpomdvnone. Na m Swslayayn
me pétpnomg, ot aobeveic perupépOnkay
oto Epyactiplo Awtpopnic ket Klavikig
Awntoroying, tov Tufpotog Emotiung
Awnroroylac-Awrpooiic tov Xupoxoneiov
[Mavemotypiov Abnvav. To  pmpdvinuc
nov  ypnoporoniBnke yiu Tig avaykes ™G
napovoug épevvag frav 1o DXA, Lunar
DPX-MD, g General Electrics (BXA
model DPX-L, LUNAR Radiation,
Madison, WI, USA). Tlpw v évupén g
doxitaciog  HETPHONG  APUYLRTOROIEITO
faBuovopnon v tov  éheyyo g




anddoong tov pnyuviuaroc. H avidivony
tov dedopévev yio v afwidmon g
COUUTIKNG oVOTOong mpayuaronominke
and OV0 epEVVITES Kl o PEGOG Opog und
Tig 80 avedkvoeig ypnoworonitnke oty
reEpUTEP® enetepyuai.

3.7. Mérpryjon ¢ weopsTprns divapng
Na 1 owelaywy me pérpnong o
acfeveic mpootiAfduy oTo YORVUCTIPIO TOV
Tunpatog Emomung Pucuaig Ayoyne kat
ABnniopot TOV Kanodiotplaxoy
Hovemommpiov AOqvav. To dvvapdpetpo
Tov ypnoworombnke fitav 1o Tesys 800,
{Globus Sport and Health Technologies,
Italy). Ov aoxfoeic wov extéhecuv ot
acleveic rav kapyny wyiov pe Avyiopévo
yovato and xeonj Oéorn, kapwr woyiov
pe teviouévo yovato and Opbue Béom,
Kapym aykove kot méseg Bopaka. O
aabeveic tomobetoliviay ong avtioTorreg
Béoerc  pérpnong  mjg  Obvaung Koy
evBupplivoviay £16t GOTE Vi UR0OMBOOLY
10 PEVIGTO TOV JUVOTOTITOV TOUE OTNY
aEoddynen g wopeTpikic SOVEpNg OTIg
ackneelg  wov  mpoavagépbnkav.  Ta
dedopéve: g SUVOHORETPNOTNG
xataypapovrav Kor enelepydloviav LEsn
TOU 20YIopKoD mov Swbétel o cdotnua
utpnong g Svvaune {Tesys v.8.32
Globus, ltaly). Kdbe woBewiic siyxe ™
SuvordoTyto Ve EKTEAECEL TPEIC HEYIOTEC
rnpoonabeie; ae ke downon. H kaddtepn

npoonddeln nray U OV
ypnowonominke Yo T OTUTIOTIKN
gvGaAUoT Kl enelepyucia (Y

UMOTEAEGHATOV THG HEAETIC,

O aoleviig katd T SiGPKEWL TG
SUVOUONETPTIONG TOV  EKTEWVOVIMV  Tou
YOVUTOG e AUYIOUEVO YovVuTo
tomoletiiinke oe kot Béom pe To
OO ALYIGUEVE VO PV EQEATOVIUL GTO
g0apog.  Zro  Suvurd wedh  Tov
doxipalopevon tornofeTinke g
peTaA k) yewporafty péoa und ) omoiu
tonofietovoe to méhpe tov. H peteddiky
Ewporafy ftavy  ovvledepévn upe  éva
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Melvooloyia

petatponén  SUvapg o  omoiog  HTuv
ouvvdedepdvog kat Eotedve onfue of évu
popnTd vroloyiot). Me 10 gbvinua tov
yopvaoty o oaobevig mpocaubotics vu
EKTEIVEL TO YOVUTO (OTE VU GUOTUGTEL
woperpikd o opboc pnpwiog. e kade
doxnon, o doxipalduevoc  Elye
JUVUTOTTA VO EKTEAEOEL TPEIS WEYIOTEG
mpoondbeieg NEPKELS Ayav
OEVTEPOAENTOV  HE  pdVO  QVATIRVONG
HETUED TOV EMUVUATEDY TEVIE AsTtd.

0 doxwalduevog  kurd T
OUVOHOHETPNOT] TV KUUATAPWY  TOL
wyiov mpéret va Pploketar oe dpbe Béom
HE TO YOVOATO TEVIMUEVO. LT0 dvvard ndot
tov doxialopevou eiys tonobemnfel o
HETOAALKY Yetpodafn péou umd v onoin
elye mepacel 1o mMEANM tov o acBeviic. H
petedducy yelpoluPn Mrav cuvdslepévi
pe éva petarporta SUvoung o onoiog Moy
ouvOEOENEVOC Kal £oTEdve ofjue o &va
popntd voloyiotn}. Me 1o ovvinua tou
yopvaotn o acbeviic énpene va exteléoEr
KOG 10U 1o%iov 00 HE  TEVIOHEVO
yovaTo, epaprooviag ™ péyiotn ddvap
v om  yswporuf n omole  frov
OUVOESEPEVT) HE TO MUETUTpONEn SUVUUIG.
Extedodviav peig uéyioteg npoonideiec.

O  doxwalopevog, kutd
QUVOHORETPHOT TV KOUATHPOY  TOD
ayxove tomobetodviav oe kubwoty Béon.
Z1o Ovvaté Tov  ¥Ept  KpUTOvOE  pun
petadhiky  yewporufi. H o peradhaxn
yewporafn Mrav  cuvdedepdvi us  éva
petatponfe  GYvaune o omolog  MIav
guviedepévog pe Popntod vohoyiot). Me
to ovvinpe tou yuuvaeor) o wclevig
npooralBodoe v KAUWEL TOV oyKOve Tou
pe Gon OOvoun HTOPoUcE Vo EQUPHOGEL
ot yewporaf. Omeg kot oTig vdhomed
QOKROEIS £TOL KOt OE LT TNV GOKIoH ©
dokytalopevog eixe T duvvatdmTo va
EKTEAECEL  TPEIC UEYWOTEG TpooTdabsieg
Suipkelag Alyov Sevtepoléntov pe ypodvo
avanauong  HEtaEy Tev  emavoAfyeov
TEVIE AETTC.




Eridpaay g doxnans xard my drdpreta s Qepaneios ev{prijg vrokotdotaons oe aobleveic pe vooo Pompe

O doxipaldpevog kutd ) Srdprein
e Ovvopopétpnong  tov  fopukikov
pvov torofetodviav o Batie Kutdkhion.
Yo Ovvard Tou y¥Ept  KputoloE  ua
peteddy  yewporafi. H o petadhuch
yewpolafy MTav  ouvdedepévn pe  dva
petotpomEn.  dUvaung ©  omoiog  MTav
cuvoedepévog pe popnto vitoAoyiot). Me
0 obvinue tov yuuvaot o aolevig
xpoonabovos va tpufiéer T AaPn mpog
1o enave. Onmg kot otig  vadloueg
aokToelg £T0L KUt GE 00T TV AOKNoN o
doxipalopevog eixe ™ SvverdTie vo
eKTEAECEL  TpElg péyiotee  mpoondfeieg
Outpretag Alymv SevTEPORERTMV HE ¥POVO
avaravong  petald TOv  eraveriyenv
TEVTE AETTd,

3.8. EEdlentn domipocia Badieng

[e mv aflohdynon s
leitovpyikng  wavotntag  Padong, o
aclevels  vmoffAinkay  oe  efdhenmy

dokpacie  Padiong (BMWT) 1 omoic
oiegixbn oto TufMua Exotiung Puouig
Aymynig Ko ABlnTiopon TOU
Kanodwotplaked Tluvemomypion Adnvav
ot eminedn em@aveld orndotaong 20
pérpov. H aflomeotic mg edlsrnng
doxipaoiag Padiong eivar apretd vymin
doov agopd. acbeveic pe ypdvie vooijpota
(American Thoracic Society). Me tyv
apocéhevony tov kdbe wobevi) ato ywpo
G HETPTONG  YIWOTGY Hid  TPOQOPIKT
EVNUEP@ON Y& tOV TPOmo 7oV MPENEL v
ektereotel 1) dokipacis. Amo dhoug Toug
aclevelg giye {nmbel va Swvdcovy 6om
HEYHADTEPT) UNGGTHON HAOPOVHV NECU GTU
£&1 hemtd pe tov pubud Padiong mov avrol
O eméleyav. H Soxpacio ywvotav yopic
tpofépuavon. e Kabe Aemtd
KOTAYpapovIay 1} Kupdiuxt coyvotnty, 1o
HETpO. 7ov mEpRATOE Kot 1o aiobnuo
kOGS tov asdevoig péom g khipakag
Borg. I'a v xataypoae ™g xapdukig
CURVOTITOG ypnopornomOnke
kapdiocvyvoperpo Polar (Sport Tester HR,
electro SF-90440, Finland) won v v
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EVAIRIFS HOpOG

KUTaypaet} 1ou xpovou ypnoipuorolninke
¥POVOLETPO TS TanpEing Sony.

3.9, Lrarioriki) Avdloon

Meéoeg  muéc Kot Tumikég
anokhicels ypnowonomdnkoy v TNV
TEPLYPUPT TV TUpPAUETPOV. H
aoddynon mbavov dagopdv npv (T1-
T2) won petd (T2-T3) myv epuppoyd Tov
TPOTOVIITIKOD  WPOYPAPNETOS  Eyive e
avaivony Swomopdg enaverupfavipsvov
HETPHGEWDY, To  mpoéypappe  mov
yprotponombnke Yy T OTOTIOTIKY
avihovon  fTav o SPSS17 xwm n
OTATIOTIKY)  onpoviikoTite  kaBopiotke
ogto exinedo P<0,05.




IV, ATIOTEAEZMATA

Y10 kegpdhuile Ut ROPOL-
clillovtal T CUYKEVIPOTIKG  aROTE-
AMopate g wapodoug  épevvag.  Ta

UPYIKG FUpUKINpoTikd TV acleviv wov
CUHHETEIYOY otV TEPURATIKT dadikaoia
nupovoaloviar oty MeBodoroyin.
OoUVEYEL WV AnotsleopdTov
Tapoucialovtat Ot HETPNOELS TNG HEYISTIG
wopetpktlg  oOvapne, e ebdhemtig
doxipacing  Padiong  xabhde kot g
GUOTUGTG TOV COUUTOC TV acbevav drug
KOTAYpAPNKEY Kol oTd 3 Slapopetikd
ypovikd onueia: T1 &8t efdopddeg mpv
™y mpomovnTikyy mapépfucy, T2 omy
apyt g mpomovnTikg rupéupaonc Ko

Aroreléopoio

T3 ot thog tov 26  gfdouddmv
poTovTIKG IapéuPacng 1 orolua Mtav i
aoknon Kotd ™ Spxew g Depunciog
evippc vroxatdaraong oe acbeveig pe
voco Pompe eviflxg poperg, ot onoiot
EKTO¢ amd TV E€yypon ToU @UPUEKoy
axoiovbovoav Kot CDOTNUUTIKO
npoypuppe doxrong pe sxifieyn 3 oopég
v efidopudda.

4.1 Méyoty woperpual Sivapuny

Ttov 10 KGTm nivaxa
nopovowalovial 1o dROTEASCHUTH TG
UEYIOTHG IGOHETPURIS SOVOUNG Y ORES TIG
nuikée opddeg mov aforoyiinkay.

[livaxag 4.1: Méyiom wopetpuc dOvapn apv kal petd iy aepiodo scmtepikod eAéyyov
(T1-T2), kebog kat petd v nepiodo epappoyic e Goknong Kutd ) Sidpreln g SYypong
T0U upudkov (T3), oe névte acleveic pe vooo Pompe svijhikng popoig.

Muikég opddeg T1 T2 T3

Exteivovreg ydvatog 8.8042.12 8,43+1,91 8,83+2.50
Kaprtipeg woygiov 9,904+2 34 9,75+2,00 10,2543,01
Qopukikoi (Eve akpo) 8,95:43,94 8,63+£2,88 9.20+4,20
Kopntipec aykova 15,73%4,90 15,93+4,54 16,13£6,11

Asv Bpédnke kepin otanioTikd onpaviu adluyn,

H woopetpikny  dbvopn kot otig 4 poikég
opadeg dev dAdule otuTioTKG onpovIKG
TP Kol pPeTd TV mepiodo ecwtepikon
eréyyov (T1-12), xabbe koat TPV Kot petd
v TEPiodo EQUPHOYC TIC AOKNONS Kot
™ SugpKew NG EyYUONG TOU QUPUEKOL
(T2-T3). Emiong, 8ev vumipfe xad
onuuvTkt adiayi petadd e Evapéng g
mepodov eréyyon T1 Koy tov téhoug g
aapepPatiaig reprddov (T3, Tivaxug 4.1).
Lo mo Kate oppete rapovotaloviat ot
aTOfIKEG EMOOoEG Tov Kb uobevoig ot
UEYIOTN WOouETpIKY] dvvaun Y kabe
uuixi opadu mov aforoybnke tdoo Tpv
Kot HETE TV ZEPIOdO E0WTEPIKOD EAEYYOL
(T1-T2), oc0 ko mpwv Kol petd oy
nepiodo EPUPROYNG TG GOKNONG KT T
Silpxern TG £yvong Tou papudkoy (T2-
T3).
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Eridpaci tg doxyons kard vy didpreia s Qepuneiag evCouiiis vrokatiatams oe aoleveis pe véoo Pompe

16 -

EVIAIKNG HOpPRG

»

Méviony woppetpwy
SOV EKTCVOVTOV
[wow yovoeros (ke )
oy
a2

-~

tJ

Tl T2

T3

Lypipe 4.0z Dpagua aneiovion TG REYIOTNG (GORETPIKTG SUVOIG TOV EKTEWVOVIOV PLdv TOv
yovaron mpwv ket petd v wepiodo scotspikod ekéyyov (T1-T2), xubdg Kot mpw Kot pETd TNV
nepiodo epuppoyig g doknong kutd ™ Sudpxew g Sywong (T2-T3), oe névie usbeveic pe vioo
Pompe evijlucng popeiig ot omolot extOg amd TNV Eyyuon Tov @uppdxov axolovfolony Kt

GUGTIIUTIKO TPOYPOpLL ACKNGNE.

H dovopn tov ectswvdviay podby
oL yovatog avfnbnke oe 3 ond tovg 3
aobeveig xutd 1-6%, v pewdnke otoug
aAdovg 800 kutd 2-10% wpv kot petd Ty
EPUPHOYH TG AOKNONG Katd ] didpkeid
™me  Eyyvong tov  papupakov  (T2-T3).
fdotooo, o1 peteforéc uvtéc oy péyioty
LGOUETPIKT] SUVRUT TOV EKTEVOVIOV [uhy
00 yovatou dev  eivel  OTUTIOTIKG
ONUaVTIKES Y Kavévay ond Toug S
doxipalopevoue -aobeveic. Erlong, avtéc
ot Swkopdvoerg dev @uivetur ve £youy
KOO0 GUYKeKpEyn katebbvvan.

H 6dvapn tov kapatipov pooy

tou oyiov emiong dev  petafindnke
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OTUTICTIKG OIMUVTIKA GE Kuvévay ond
toug acleveic. Zvykexpéve, o 3 and
tovg 3 acleveic, 1) wopetpiey] Svvapn tov
KepEtipwy  pudv tov woyicv aukhbnke
and 1-10%, eved avtifeta og 2 aobeveig 1
ICOUETPIKT] BOVEUN TOV KUPTTpOV {uGv
10v 1o)iov pewndnke and 2-20% mpwv kat
HETG TV e@apioy] ¢ Goknong xatd
Sidprete g £yvong Tov uppdkov (T2-
T3). Hoporae ovtd or petafolic avtég
OtV HEYICTN 1COHETPIKY SUvOun TV
KOUATIpOV Hoov 1o ogiov dev givat
OTATIOTIKG OHUAVTIKEG Yie Kavéve ond
ToUG 5 acbeveis.




Aroredéauara

i6 -

14
Sﬂﬁ:i 0 /
?:’_E > 10 Eporens
2 =2 [ -
EEz G - B 2 ]
£gs 0
e = b
- ' T

2

0

T T2 T3

Zpipe 4.2: Ppagua] aneikovion ¢ HEVIOTNG ICORETPIKYG SDVIIG TOV KUPTTAP®Y Judv Tov 1oyion
TPV Kol petd v wepiodo ecwtepikod erdyyov (T1-T2), kubbdg xon apy Kot perd myv mepiodo
epuppo|s g Gokvong ket T Sdpxer g Eyyvong (T2-T3), oe mévre aoleveig pe vdoo Pompe
eviiAIKIG popgiic ot omoiot extdg and v £y¥von Tov Pappdkon axokovdolcuy Kil GLOTHHUTIKG

TPOYPUIY HOKTONS.

H péyiom wwopetpua) Shvaun twov
KUUTTApOY  JOmV  T0U  oykdve dev
auvinlnke otutioTnkG onpovikd. Xg 3
acbeveic n péyioy wopetpucy Svvapn
avlfnke yopw oto 16% avribeta oe 2
acleveig n dHvoun Tov xepatipov pooy
Tov aykove penlinke xatd 14% npwv kot
HETG v IEPIOOO EQUPHOYHE TS GOKNONG
Katd ) Sidprew ™ Eyyxuong (T2-T3). O
arokés  dwgopés oty péyom
woleTpixy Ovvap fowg ogellovial oto
LOHNAOTEPO  dpyikOd  eminedo  pepiKov
dokpalopevov- aabeviv,
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H péytomy wopetpixn Sovaun tov
Bopaxikay  puev dev  mapouosidoe
STUTIOTING oTuavTia] addnon. Xe atopkd
grinedo, 2 wobeveic mapovsiasuy udEnon
o dtvapn tov depakikdv puoyv kord 8-
18%, 2 aobeveilg mopovsiuouv otubepn
nopeia kat 1 aclevig napovoivce nrdon
GTN  PEYIOTN  oopETpUC  Sdvapn  Tov
Bopukikov pubv xord 7%. Ailet va
onuewodel o1, N e&émén mg pwikg
Svvapng ke usbevoic fitav Supopstik
vy xédBe puikn opdde. Koveig and toug
aobBeveic Oev wdEnos/uciooe ™ Slvapn
TOU G& OLEC TIC UOKYOEIL,




Enidpacy nyc dexnons xare v didpreia wyg Ospareiog eviuuis vrokatdotacs oc acleveic ue véoo Pompe
eV popele

Mévion) wopetpay

SUVEIN] KENTTP eV

oov avave. (kg)

Tt T2 T3

Tytine 4.3: Dpugua) araikévion Tig NEYoTG 1GOETPIKIS dbvaymg tov Keprtipoay podv tov
aykdva pw kot peth Ty nepiodo ecwtepikod ehéyyou (T1-T2), xubbg Kow Tpv Kut petTd ™y tepiodo
EQUPpOYNG TG GoKNONG Katd T Sipkewe g Eyyuang (T2-T3), or aévie aobeveig pe voco Pompe
EVIAKNG poppilg oL onolol exTdg ard THY £yxuon TOv Qupurakon axokovfolouv Kol GVETNUATIKG
nPOYpUIIL ACKYONG.
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juay (keg)

LOTH IGOUETPIR
ODIINING Y

Y
duvay
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o o W

o

Tt T2 T3

Lyapa 4.4: Tpapua] areikdvion g Heyiotg 10ousTpikig Suveune tov dmopakik@y pumy
npW Kot PETd Ty 7epiodo eowtepikob eréyyxov (T1-T2), kubbe ko apv kot petd v repiodo
EPUAPROYIG TG UGKNONG Kutd T Siipkewe tng Eyyvang (T2-T3), oe wévie aobeveig pe vooo Pompe
EVITAKIG Hoppiic oL 0moiot £KTOG GO THY £YU01 10V QUPNAKOD arelouBobcuy Kul GUETHUATIKG
TpOYpaLL GOKIOYS.
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4.2 Etalenty
(6MWT)

210 mo kGrtw oo Tupovciiletat
N YPUPIKT) UAEIKOVIOY Yo TV efthenty
doxipaoia Padiong xat Y toug 5 acbeveic
TPV Kal METd TR mepiodo somTepikov
gréyyou (T1-T2), kubbdg xar mpw kol petd
v Aepiofo epuppoyis TS AOKNGYG KaTh T
dwprewr g Eyyuong (T2-T3), o névie
acBeveic pe vooo Pompe evijlung popgic o

doxipacic  Padiong

Aroreiéouara

omoiot EKTOG Gmd TV EYYLOT TOU QUPREKOD
arkoiovfodoay Kut cLOTHHUTIKG TPOYPUIL
doxnong. M Soxipacic e efdlenig
Padiong amotelel Eva xadd deixty ya Tov
TPOGBOPIGNG ™mg AstroupyKig

wavornrag tov gobevav pe véoo Pompe
EVIAKTIS LOpPNIC.

400 -

SMWT (m)

360 -

200 -

100 :
T4 T2

R g e

T3

Zoqpe 4.5; Ppapiwdy arewodvion mig ebihentyg Soxyaciag Padiong npwv kot ustd v nepiodo
ecwtepkon ehéyyov (T1-T2), kabhbg kot pv kun petd v nepiodo eguppoyis TG AoKNoNg Katd )
diprela g Eyyuong (T2-T3), oe névie uobeveig pe voso Pompe evijhikig popyiic o1 onoiol extdg
und TV YUY TOV PUPlaKOV akohovBoucay Kut GLGTHATIKG RpGYpuptie doKNoNG.

H woavémyra fadiong didpresg 6
demtov  dev  petofinbnke  oratiotikg
onuavIikd peTd ond v mupepfonx
nepiodo. Xeg 4 oaoBeveic n  sfddenm
dokipaaic Padiong mupovoince wrdon
katd 2%, AviiBeta og 1 oolevi 1)
efdrenty) Soxpacin Padong ovEndnke
Kata 2.5% petd myv mepiodo e@uppoyig
TG AOKNONG KOt T1) SUpKE TG £Y100Ng
(T2-T3) tou puppdarxov.
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4.3 Looreor chparog

H copani) odotaon tov aolevov
ufohoynbnke  pe  anoppopnoiouetpiv
dumhng evipyewag aktivay X (DXA). Méow
me Hétprong avtic vanpys Suvatdtntd
Koteypuphic TG oMkig  0OTIKIG
RUKVOTITOG, TNS OCTIKIG MUKVOTNTUG TOL
woylov Kut g omoveLAIKIG OTIANG, NG
OAKNEG Ghmng paleg, e g palog
TOV Gve Kat KETo dkpov xubong Ket tov
TOGOGTO0 TOV GBHUTIKOD AITOVE.




Eridpooy s doxnans kawk upy didprern s Oepareiog evivuins sroxardatacye ot asleveic ue vogo Pompe

EVALKHGC Hopoic

Hivaxag 4.3: Zopatikh cbotaon mpw kol petd My aepiodo spuppoyig ™e doknong
Kat@ T ddpkews Mg Eyyxuong tov guppdxov (T2-T3), oe névie aobeveic pe vogo

Pompe svijluang poponig.

THapapetpor T2 T3
Ootua [Mokvétia ok (g-em™) 1,16420,126 [,15120,116
Oatiki Thokvonra 02-04 (grem™) 1,241+0,177 1,22940,222
Ootuc) Ivkvénra kepodie unpiov (gem™) 0,947+0,137 0.927£0,130
Aoy pako odweny (kg) 41,21£11,12 40,64+10,80
Adun pala ave dxpov (kg) 5,47+£2,16 5,2241.93
Alum naca kdrm akpov (kg) 13,944,07 14,154,437
Zopatid Airog (%) 34,044,830 34,9445

P<0.05

Zrov mo nhve mivake cuvoyilovim
W aroteAioluTe TG SOUUTIKG
cvotacic. Hapatifevron o1 pécot dpor ko
oL tumkég amokAioelg Y Okeg g
napupétpoug wov petpndnkav. Oleg ot
ROPAUETPOL THG COUUTUMG TloTHoNg Sev
TOPOLGIHONY KOBit CTUTIOTIKGE GTHOVTIKT
aofnen  mpwv kot perd v mepiodo
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EQUPUOYTG TG GOKIONG Kutd T Sidprei
™mg £yyuong tov gapudxov (T2-T3), n
omole Smpxmoe 26 efdudde; o mévie
acBeveig pe voco Pompe evijhing poperc
ot omoiol WTov  EVIOYMEVOL Kol OE
CLOTIHOTIKG  POYPUppL  doknong  ue
erifreym, ougvdtiriog 3 gopéc v
eBdouada.




V. LYZHTHIH

Zxombg G mupovoug  peAETng
nray  va digpeovnBel n exidpoon g
foxnong kutd ™ owpxewr g Bepuneiug
svODpuKNg vrokutdotacne of ucbeveic pe
vooo Pompe evifhikng poppric o onoiol
axohovBoly  MUPEAANAL  CUGTHHUTIKG
apdypeppo doknong pe enifleyn. Xro
KkegpdAiao avtd Bu yiver ocvlimnon Tov
amoteAscudTay kot Oo  emdoxbet 1
eCuymy] CUUIEPUCUATOV ®¢ GAOPPOIL

v EVPNUATOYV I MEAETNC.
Tuykekpiuéve, 1] TOPUKUTO  EVOTITL
nepthapPaver 10 oyolwoud Tav

Sedopdvav e Epyaciug avaQopIKd 1e Ty
enidpuony TG Qoknone, oty péyoety
WopETpIK  Sdvopy, TV evoia
Padiong 6 rentdy kabdg Kat 1) soputich
ovatact Tov  doxpaldusvav-gobevav.
Téhog, mpotelvoviul vEeg TEIPUPUTIKES
TPOTACEL; KUL EPEVVHTIKOL oYESACHOL IOV
iowg  ouvufdilovy  omy  WEPUTEPM
OIEPEDVIIOT TUPENPEPDV  EMOTNHOVIKOY
EpOTIHGTGY.

5.1 Méywerny woeperpuy SOvapn

H péyiomy wouetpixn ddvoun tov
doxipaldpevey aobevay afiohoyiinke oz
4 Pooicég poikég opddeg mov pe Paon v
rafopoookoyic  1g  vooouv  Pompe
npoaPdrloviar meproodtepo (Case ww
Kishnani, 2006). H puikéc opddeg nov
afwroyntnkav Mrav ot exreivovieg pug
TOU YOVHTOG, Ol KQUATNPEG Hug TOv 10yiou,
Ol KOPTATHPEC HUG TOU GYKOVE Kot Ot
Bopaxkikol woeg. Onog pavike and v
aviioon Twv Sedopévev TG péYIoTIG
IO0NETPIKAG SHVUTG, O8V AUPOVTIAGTIKE
KOHig oTonotikd onpoviiky dtugopd oty
HEYIOTI] \COHETPIKT] SOvopn Katd thv
aepiodo  somtepikot  ehéyyouv (T1-T2),
kebhg ko petd myv nepiodo spappoync
NG GoKIONG KUTd T1) didprewt TG EYVOomg
(T2-T3), og névie oobeveic pe vogo
Pompe svijAikne popgis ot onotor gxtde
and oty £yyuel  TOU GUpPPAKov
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gxorovbobooy Kau CUGTIHUTIKO
apdypappe  Goknons 3 Qopég TV
gfdondada pe emifreyn. H wxpn avénon
TG REYIOTNG LCOUETPIKNG SUVAUNG Tov
napatpiiinke om pfon i ™G PYiKNg
OMAONG TOV EKTEWVOVIOV TOU  YOVUTOQ
netald ™ ouvbixng (T2) kar (T3) dev
NTOV OTUTICTIKG OTHOVTIKY. ZE oTOMiKO
gninedo, 3 and tovg 5 acbeveilg siyav
aOENoN TS PEYIOTNG LGOUETPIKTIG SUVUMNG
katt 1-6%, eva Ppebnke psimon otoug
gllovg 8o  aolevelg ot 2-10%.
Hupouoieg dwxvpdvoely g  HEYIOTHC
wopeTpikng Sivopng Taputpninkay Kot
Yl TIC VROAOWIES HUIKES OPGOEC 7Py Kot
Hetd Ty RePiodo epuppoyis g doxnong
Kotd thy Swdpke g Eyyvong (T2-T3). H
IGOHETPIKT] SDVUUT TOV KAPRTHPGHY HudV
TOU 16Y00 TUPOVCIRTE L JUKpPN ATOoT),
watdco 1 ueioan gty dsv ATav
CTUTIOTIKA CNUOVIUQ). ZTa Gve axpu, 7
WOOHETPI] SUVEL] TV HUIKGOV opddmv
100 JOpoKog Kol TV KEUATIPOV LHudv
TOU GYKOVE OV TMUPOVCIHoE CTUTIOTIKG
onuavik) adénon. Qotdoo, oe évav
aollevy mapampiinke 16% adinon g
REVIOTG  IGOMETPIKNG  Ouvapng Tt
KoprTipov Tov aykove xat 18% udénon
GTIV WGOHETPIKY] SOvapn tov Bopukikdv
pudv. Avrifeta, évog aoleviig tupovoiaoe
RTGOY GTHV ICOUHETPIKY] dovEUY TV Gv
GKrpov He 1ocooto peiwong 14% yur toug
KOpRTipes pug tov aykovee ko 15%
RTOOT OTV  ICOUETPIKT}  dlvauy  Tov
Qupaxicdy  poayv.  To  ouykekplévo
gOpNHL UnoppinTel TV APMTH EPEVVHTIKT
VrO0EGT] TG HEAETIG, UvEQOPKE LE THY
abERoN TG HEYIOTIG 1GOUETPIKTG dovauNg
TOV KATO Kol Gve dxpov HeTd and 6
PIVES GOKNONG KoTd T Stpkew g
Bepuneiag evlopknig vroKaTAoTUONG OF
nobeveic pe vooo Pompe evijlikng poppig
ot omoiot ckohovfolby mupdAinha Kot
CUOTNUOTIKG  APOYPUNUE  doKneng He
eniffieym.




Eridpaay g eoxnong katd vy didprere g Depaneiog eviourils vroxaraotacyc o asleveis ue vooo Pompe

52 E&daherm
(6MWT)

H eadenty doxpacic Badiong
anoTehel €vav KUAO WPOYVOOTIKG deikth
TS AEITOVPYIKNS KavOTITUG TV asleviy
pe ypovie voofuate {(Jose et al., 2000,
Steffen et al., 2002). Ze npdopui peré
ne oobeveis pe véoco Pompe eviiuag
nopeig mopampninke o6n n efdlenty
doxucia Badiong pmopel va PeAniowBei
onpoviikd  peta  ond 20 eBdopddeg
apomdvnong 1 onoin cupmepapPdvet
aepofia doxnon kubdg ka  wokhosig
avriotacenv (Terzis et al., 2011). Qotdoo,
oV RRpovcH £psuve dev apatnpidnkay
CTUTICTIKG  onuuvTikég Pernidoe oy
wavotnTo Padiong 6 Aenrdv petd axd 26
efdopddeg doxnong kutd Ty Sidpxe g
Ogpansiag eviopikig virokatdoTuong oe
acBeveig pe véoo Pompe evijMkng popeig
APV KOl HETG TNV TEPiodo £0MTEPLKOD
gréyyovu (T1-T2), kabdc xut wpwv Kot petd
v nepiodo epuppoyng ™ Goknong kutd
™ Suprewe g Eyyxvong (T2-T3) tov
PUPHAKOU. Movo  évag  aoBevig
nopovoicce PeAtioon omyy  kavoTnTe
Padong 6 Aemtov kutd 1,4% mpwv ko
petd v mepiodo somtepikod  gAfyyou
(T1-12), xabog xar 2,5% wpwv kol petd
™V AEpiodo epapHOYIC THS AOKNGTG KILTH
™ Swpkewr mg Eyyvone (T2-T3) Tov
popuaxkov.  Avtileta, ot vrdiowmot 4
aobevels  mopovoincuy  pelwon oy
gfahenty dowpacia Padiong xatd 2%
APV Kot HET TV wEpiodo eguppoyc g
Gornong xuta ) Sdprele g Eyyvong
(T2-T3) tou g@uppdkou 7oV OpwE dev
£prace T emimeda OTUTIOTIKIG
onuovtikémrae. H  un  otuniotkd
oNMaVTUG] dtugopd Tov  muputpridnke
omyv eldrentn OSoxipacic Padong 6
remrdoy perd and 26 efdopddes doxnong
Katd v Sdpkewr g Oepancsivg
svlupkls  umokatdotaong  odnyel  os
anoppuyn e Oe0TEPNG  EPELVITIKYC
vrdleong ™ wopoloug  Epeuvag
avagopikd pe v Pektimon g wavoTte

dokipnacia  Padang
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Badiong 6 hentdv perd and 26 £Pdopddeg
doxnong Kutd ™y Sidprea g Oepunsiag
evlopikng vrokutdataoyg oe aclevei pe
vooo Pompe evijAikmg Hoperig ot omoiot
axohouvfoly mupdAinie Kol GLGTHHATIKG
EPOYPUppC Goknong pe eniffiewm.

3.3 Lopatiki odotaoch

H copatua oboteon tov acbevoy
afwhoynnke pHE  anoppognciopeTpia
duhfg evépyewg axtiviy X (DXA) 7
omoian éyer vynAly ofomotie yiw
HETPNGY TOU copuTikoy  Almovg, NG
ahamng palog kebdg ko g ootiknig
moxvomrag (Bell et al, 2007). Iy
TOPOVOU EPEVVA 1] COUUTIKT CHGTUAGY TOV
actieviov pe vooo Pompe evijaxalg poppig
OBV TUPOUCINCE GTATIGTKA GNPUVEIKEG

Swpopéy  petd  and  mv  elaunvy
napEpfact doknong katd ) Sdprein T
Bepanciag  evlppucic vaokutdoTUomC.

Tooo 1 o] oot} FUKVOTNTY OGO Kot 1)
00TIKY) TUKVOTTE TOw 10%iov Kot g
orovOLAUCg otiing dev  mupovsincuv
CTUTICTIKG onpavTikég petaforéc. To idw
paivopevo mupatpidnke xar yio v
oAtk poiic pile ke@dg kut Yo thy poik
pala tov dvo Kol KT GKpOV Kol Tou
TOGOCTOV TOV CmpaTikoh himovg (Bréns
aivaka  4.3). Iapdpow anotehéopute
nepaTpidnkay Kol ony  epyacie 1oV
Terzis et al. (2011) dmov petd amd
nponovnTikt} mapéuPaon 20 efdopddov 1
0oTIKT TOKVOTNTO, 1) OAWKA Gl pala, 1)
aiumy pade tav katw dxpov kabbdg kat 1o
ROGOGI6 TOU  OCWHOTKOD  Alroug dev
napovoiucav peteforéc. Avribéreg, os
EKeivy 1) peAETR 1 puiky palo tov dve
dKkpov mapovcince o kph aiénon 1
omole fjtuy  oramoricd  onpaviiky.  H
ueyeddTepn ZPoSPori] Tav pudV TV Kiton
Gkpomv  oe  oyfon pe TV wymdTepn
npocfod) TV pudy TV Gve dkpov iong
emnpealel 1o pulpd kot 0 Ypove mov
araiteitat yia va gugicouy T poike toug
pala o1 pveg Tov kitw drpov. Onog civat
KaAG TEKHNPLOpEVO 0L NYTKEG opadeg Tov




KAT®  GKpOV KOl OUYKEKPLHEVH Ot
KOPRTHPES tov wyiov {1y, huyovowpoing)
KUt Ol EKTElVOVIEG HUG TOL  YOVUTOG
oyetiCovian  mpooPdhoviur  mEpIoTSTEpO
amd ™ véoo Pompe eviiikng popeng
(Case xat Kishnani, 2006, Lu et al., 2008).
Entong, o o pehén) dnov uafiohoynbnke
M COpUTIKT] obotaot tav aclevav mp
Kot petd and 6 piveg Bepansiag eviunig
VIOKUTAGTUONG ywpic aoKnon,
TapaTPInKe OTL 1) OGTIKT TOKVOTHIL TOV
toyiov v aclevioy pewnbnke evo
napirinia wopumpndnke avénon tov
TOGOGTOY TOV COMPUTIKOD Almoug. Avid
iowg  vnodnAbver OTL 1O HEIOMEVO
paviko  goptio  mov  8éyoviar ot
upOphoeig tov kate dxkpov eoobevile
TOVG HUG TV KATO GKpov eve Tupdhinia
to avnuévo mocootd Admoug iomg eivat
anotéieciia e netafoiis dwrtapayig
mg vooou (Papadimas et al,, 2011). Tu
aroteAfopaTa TG Tupodoug peAETg Goov
apopat N COHATIKT oLOTUON
emPePorbvouy v pépet MPOYEVEGTEPES
peiétec, evid amoppinmtovy v Tpity
epeovijukty vmoleon avapopikd pe TR
Bekrimon ™G copgnkig oUoTAcHS HETH
and 26 efdoudde; doxknong katd THY
Sdpxelr ¢ Ogpumeiag svivpuaig
vrokatiotaone ot oobeveic pe vooo
Pompe evijukng popgilg oL oroio
axolovdoly TupdIAnAiu Kdt SLGTHHUTIKG
APOYPUpHL Goxnong pe smifieyn 3 popég
™V efdopdda.

Inuaviikd  elvin ootdoo 10
yeyovoe o6tL 2 umd Toug doxipaldpevoug
aceveic petwoayv 1o cuvoliko toug fapoc.
H petwon avr) emodddnke ot peimon
TOU TOCOOTOV TOU COUUTIKOD Alovg Katd
[-1,6%, woréoco n diuy wpale dev
rapovoinoe onpovikés peruforéc mpw
Kat perd v mepiofo  epuppoyng g
Goknong Kutd ™ SdpKEw TG Eyyuong
(T2-T3) tov guppaxov. Avtibete £vag
acBevig udnoe 10 copatkd tou Pdapog
kaBog 1 Gl puiks rov wdle aevEndnke
ket 1%. Qotdco, ot JuKpéc autig
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oTopikég wwtepdTNec dev  obfynouv
OTATIGTIKY] CTHUVTIKOTITA.

To onpoviikotepo eipnpe qLTNG
™e  perémg  elver ot M e€apnvn
napéufaon doxnong Kerd tmy didpkei
e Oepaneiug evlupuais vroxatioTaoNg
o¢ oaobeveic pe vooo Pompe evihuang
popeiic o1 omoior auxokovdoly mapdhinia
KUl OUGTIHOTIKG TIPOYpappa AoKNoNG He
emifheyn, 3 gopéc v efdoudda, Sev
petafaAAiel  OTOTIOTIKG  ONUEVTIKG  THY
HEYIOTY) 1WoopETpIC] SOVUpT, TV e&dhenty
dowipacia Padtong xur TV oboTUon TOV
coputog. Atopikés  d1popomrOINGELG
ngpovctoTiKay of Orec mig petaPintic
mov  eEeTdoMKAY, ®CTO60 avtég oL
drapopég Oev eiyav EexdbBaprn xuredbovon,
Eniong, n  avidvon 1tov  aropixdov
WInTEPOTITOY, OMWS YW mapddeiypa N
apyin wavomte kale ucleviy, dev £deils
KOATOW OMUAVTIKY emidpaot) ond Kamowov
ko napayovia. ‘Etal, copmepaivetal 61t
01 MIKPEG UTOPIKES SPOPEG METE amd TNV

nepiodo nupipfaoig opeihoviat
HEPIOGOTEPO  GE  SIUKVMAVOELL,  TIG
anddoong  avaroye TV nuépo Kot

Aryotepo oto mapepPutikd npdypappa.

H pétpwe gnoteleopanikdma g
PUPHUKEVTHKNG  oywyng odfNynoe ot
VROSTIPIKTIKODE TPOTOVS QVILLETONIONG
TG VOoou omec eivon 1 doknon K i
Swtpopy wholoww oe  wpotgiveg, H
foknon anotekel Eva onpaviikd epibicpu
yie v avfnon g wpaTikig Pong oToug
epyalouevoug pug. ‘Exer m dvvoromnte va
petaParer, va avéioel dniadn v tomkn
CIUOTIKT) PO TOV CKEAETIKOV UDBOV UE
mbaviy  cuvemeie Ty addnon O
otufecidTTuS  Tov  avecuvLaGUEVoD
evliov g 6Ewviig e-yhvkocddong atovg
GKEAETIKODG HUC HE OMOTEAEGUN O1 [bG
v acleviv pe vooo Pompe evijlikig
popenc  ve  yivoviat mo  umodornikol
(Schoser et al., 2008, Katzin ka1 Amato,
2008). Eiven xedia tekunpuopévo 611 1660
n e 460 Kdt &vrovn) aoknon uropsl va
EMHPEPEL HETUPOAES OTHY QIRUTIKY pOi| TV




Emidpaoy s doxnens kazd vy didprewa s Oepaneiog evlopuais smokardotaoys oe aolevelc ye véoo Pompe

poov, 1o péysbog g onolug oyetiletal pe
10 &idog g PYIKAG cuoToM|S, THY fvtaoT
Ko 1) Sudpkel e Huikng apoowabsiug.
Meléteg éxovv avagpéper 0Tl 11 doxnon
unopei va  oavéioet 10 mOOOGTS  thg
PUTIKNG pofg oToUg oLoTUADEVTEG pug
yope oro 50% pwe 90% avihoya pe T
Fapaxmplotikd ¢ doknong (Rowell et
al., 1994, Subah, sport physiology, chapter
48). Emiong 1 awpetikiy pon propei va
avgnlel 5 ag 6 popéc mhvo und Tig Tiég
NPEHinG aKoun kol oe NETPWIC EVINOTNC
aepoPiu doxnon (Saltin et al,, 1998). v
nupoton epyacic Sev vipye duvatdtnio
HETPNONG NG GIHMTIKYG POTG KOTH TV
Supkelww g doknong 1 owroid
TPUYHUTOTOEITO OTO VOTOKOUEWKD Yhpo
Y npépa mov o1 uodeveig vrofddloviay
oc Oepunele eviupikig vrokatdotaonc.
Qot000, 0 MOC0OTO ™S APoSAendpevig
KupOLuig CUYRVOTIjTUG OV
rpnotporomdnke (65-75% g pénomg
KZ) yw va xabopotei n évieon g
Goknong frav emapkés yw vo guéfost
GROTEASCUATIKG TNV CLMATIKT POT] GTOVG
okghetikovg pog (Radegran et al., 1998).
Daivetar Aomdy 6Tt 1) WPHATIK POT} APOC
TOVG EpYaiOiEVOUg LG (OU CUVERGYEL Kt
peyurotepn Sefeoipudtnre tov evidpov
0&vn o~ YAUKOOISAOT GTOUG GKELETIKONG
Hug) Oev  omoOTEAEL TOV  AESPIOPIGTIKG
napyovie o ™y Pedtioon kar adEnoy
Mg Aettoupyikiic IKavottug tav aolevoy
xabig Oev Peindfnke wopie and Tig
ROPAUETpOVE mov  perpnbnkay  (Uéyiom
loopetpkt] dvvapn, efdhenty Soxpocio
Badione xot ocwpunikhy odoteon) omy
napodoa Epevve. M mpdoputn peddm
ot zepupatotoa empPePardvel ev pépet o
aroTEAEOpUTE  TNG TOPOVCUG  EpYUciug
(Nilsson et al., 2011). Ot cuykexpyévor
EPEUVITEG OpaTHpIoOY OTL MOpd TV
abnon g aworucig pofig #pog Tovg
OKELETIKODG HUG OF TEWPUPUTOLon 7ov
EKTEAODORY doKknon koatd tny Sidpkeia
£yyuong 1oL avasuvdudopévon evibpov
o0&y w- yAvKoo18don, N rocoTTE TO
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evlOHOV TIPOG TOUG OKEAETIKOVE ftug Sev
avEnnke (Niisson et al., 20{1). 'Eto tu
oedopéve autd Katuppintovy Ty vnddeon
6Tt M wponikyy pof xul dpo m
diabecdmye Tou evivpov g 6Ewng a-
YAUKOGIOAOYG OTOVG  OKEAETIKOUG  UUG
umopet  ve amotehsl  mepiopioTikd
wapdyovia Y oy BeAdtioon
AEITOUPYIKNG  tkavOTNTOG TV aoBeviv.

‘Evag mbavov mepoplotikds mapliyovrog

umopel vo  eivar 1) avikavoTijte.  TOU
avacvvivacuivoy eviipon va mpoadelei
oToug vrodoyels pavelng kabhe vadpyet
petopévy  SbeoipdtTe Kol KUTovops
autov Ty vrodoyfwv ot acleveic ue
vooo Pompe (CI-MPR 1 M6PR 6mmg
gvaddaxtik ovoualstar) (Cardone et al.,
2008). Ov vmodoyeic pavélne 7 M6PR,
QROTEAOUY  TO  KUpIo  péco Y TNV
uerapopd kal karedbovon g 6&wvig a-
yAvkooiong ard v ovokeuy Golgi apog
W Avcoohuata. Avtdg o vmodoyfug

EKQPACeTUl Kol OV sMQAvE  tov
Kuttapov kat pecorafel oy apdoinym
Kl evOoKUTIGpW  pETHQOpR  THG

avaouvvdvasuévng  popeig tou  eviipou
™G 0Gwng o~ YAvkooddong katd
Oepameia  evlopikig vrokutdotoong. H
HELOPEVT dBecipomTu Kol !
DITOAEUTOUEVY

avaxvxkimen Tov vrodoyte pavdlng mpog
mv  KotTepiky  pepfpdvn  paivetar ot
EMPEACEL TV  OAOTEAEGHUTIKOTNIO NG
Bepomeiug vuping oe aoleveic pe pétpla 9
ooflupt ovpnrhpgte g vosov Pompe
{Cardone et al., 2008).
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Zgpe 5.1: Apdon  avuovvivucpévov
eviduon g 65vig e-yAUKoGIBGoNS OTOUG
vodoyeic pavolng (M6P).

M EVEALOKTIKNY e&ymon T
GIMOTEAECUATOV TV TTepovous epyeciog Ou
WIopoboE VO CUVOEETOL UE TO YPOVIKO
dwtoTnua  epappoync ™ mapépfacne.
Yuykekpipéva, 1 mepiodog 26 efdopddmv
enétpeywe v wpoypatonoinon 13
GUVESPUBDY  EYYUOHS TOL QUPHAKOL  Yid
kabe oaclevi, ovvendg kot avtigtotyou
aptdpol wporovNoEmY Katd v Eyyuon (n

Bepameie  svipmikie  LROKATAGTOONG
wpuyparonoteiter kdBe 14 npépeg).
Mnopet vo Swerurmbel 611 0 Guvolaxdg
apouoe TV 13 TPOTOVIITIKOV

neperPaoEwy icmg va v frav eneprig
YO TNV EDPECT] OTUTIOTIKG GTHUVIIKGOY
dpopdv oty PEYIGTI]  IGOUETPIKT
dovapn, oy e€dlentn doxpacia Padiong
Kal OT) OOUATiK) oboTaon tav acleviv
pe ) petafolkn) vooo Pompe sviiicng
popgi|c. 2otdoo, ge uobeveic Le nupopow
YOUPUKTPIOTIKG, Ma  ovGAOY  ¥POVIKH
nepiodog Bepumeiag evippikTg
BROKUTAOTUAONG Xwpic Ty mapépPucn g
doknong, odAynoe  oe  ukpry  gdhd
oTUTIOTIKG  onpoviua]  Peitinon g
rewtovpyikng toug tkevotTeg (Angelind
xat Semplicini 2011). Enione, 0 egappoym
EVOg CUGTIHUTIKOD POYPALNATOC
goxnong 3 oopés mv  ePfdopddu  pe
eniffheym, oe cuvduuopd pe tn OBepumeiv
gvColukryy  vroxkgrdotoaong. e 20
efdopadsc, TPOKAAESE ONMUVTIKES
Bedndorc oty Aerrovpyikl}  KavoTHIU
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gvtdv v acleviov, onmg omy puikng
ddvopn xat v Ghentn Badwon (Terzis et
al. 2011). Zuvemdg, n ypovikiy Sidpxeia
EQUPHOYIS THS TEPUpUTIKAG napépfuonc
™me mepovong peiintye mbuvdrtatu dev
EMPEAGE OTHUVTIKG T¢ CROTEAEGHULTY TTOV
TPOEKV Y,

M @i evaliaxnxd ebymon

TV GAOTEAECUATOV TG  Aupovsug
uehéng oyetiletal pe 1o apyikd eminedo
(Tl xav T2) 10v oobeviv wov

cuppeteiyayv, 1o onoio dev Nrav Wwitepa
yeunro. lpaypatt 1o péoo apyko exinedo
1ov acbeviov O0cov agpopi v efdhenty
doxpooio Pudicuatoc nravy povo 10%
YOUMAOTEpO o oyEom PE  vyLeic
ouvopfidikong touvg (Enright et al., 1998).
Avtd 1o ogemkG  vymio  erinedo
ASITOVPYIKIC IKAVOTI TS IOV HAOTEAEGHA
G ovotipettds aspdPug doxnong Kot
faoknone HE avuotdoel oty onola
vrroBaiioviay avroi ot aoBeveig (Terzis et
al. 2011). Eivan evpéwg amodextd ot dco
vynAdtepo eivanr o upyikd eminedo Tov
aoKoVHEVIY TOGo pikpdtepn oe péyefog
givalr v ovapsvopevy  ohiayn TG
wovotytag  toug. Qotooo, ofiler vo
onuerwdet 6Tt axope Ko 1 acbewig pe ™
yaunAdtepn  apyud  emiboon oty
eE@hentn Soxipucie Sev Pektimoe mupd
povo edypote TV wovdétd g ot
doxpaoio avtii. Avtd emPefaidvel v
advvapio g aapépfaong va avioer Ty
wkavotyta Padiong otovg uobeveic avtoic,
Eniong, ot aobeveic mov ouppeteiyov oty
uehém), elyuyv mwOAD YOUHTAOTEPY] UpyLK
poiky)  Obvapn oe  oyfon  ue  vyeig
covopihikodg Toug. Zvvenwg, Qo frav
avapevouevo v Peiniewbel n pwiky tovg
SOVOY  OnHOvVITIKG  HETA  amd
anotelecptatiky napéuPoaon, ket Gpmg to
oroio dev napatipiiOnke. To yeyovog avtd
emPefariver ko mdd Ty advvapin ™G
rewpaepotkfc wepipPaocne (doxnon xkatd
1) SWIPKEWL TG EYYVONG TOU QUPHAKOD)
vo ffehndael Ty ABToupyikh kaveTiTe
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acbevioy  pe  vooso Pompe evijhkng
HoppTic.

‘Evag tergvTaiog milavog
rupayoviag mov propel vo suvéfuke oty
un QNOTELEG LUTIKOTITY T0U

TPOYPULNOTOG AOKTIONS KUTh TNV Stdprein
g Oepunetug evlopiaic vrnokatdotuong
lowg sivar o mepropopévog apludg tov
acbevy  mov  ocuppetsizev  oTov
nepapatikd  oyxedwopd.  Oneg  éyet
avapepfei oty EAddda éxovy diwyvoolsl
20 wobeveic pe vooo Pompe eviidaxng
popeig. Amd toug 20 avtoig aobeveig o 4
éxovv amofidoet, ot 6 Sev akohovBodv
Kapin  Gepamevtikyy 1) LAOCTNPIKTIKY
avtipetamion vt etvin oovpropaticot 1
dev embupotv va eviayBodv oe Bepureia
evippc vroxatdotactg kebdag xur og
CUCTHMATIKT  GoKjon, ot dilot 5
akorovBobv pove Oepamein  evliupuchc
vrokatactacng  eite ywrl  Ppiokovim
£ktog Abnvdv kat dev éxovv npdofacn o
cEedikevévo  TIPOYPUUNY  AGKNONG  HE
eniffheymn eite ywti dev embupodv

CUHMETOY]  TOUC  OF  CLOTNUTIKG
npoypappe  doxknong 3 gpopég T
gfdopdda. ‘Etor ov  umopsivavisg 3
aobeveig ukorouBoly  CUCTHHATIKD
mpdypuppe  Goknong 3 Qopég TV
efdopade ka1 Bepumein  svlouiaig

vrokutaotaong kube dedrepn efidopdda.
No myv évioén teov acbevav  otov
TEIPUHUTIKG oxedacpd Baoiky
npotindbeon Mray o aobeveic avtol va
elvar 1017 EVIUYHEVOL ©F OCUOTIMUTIK
Goxnon 3 ¢opéc v £Pfdoudde kui o
Bepumeic evlopuciy  vaokatdoTaohg.
Avtoi o1 8vo Pagixol tepropiopol kavouy
NV TAPOVCH HEAETY] povadiks} 660 wpopd
oV nEpopeTikd  oyedopd xubng Ta
GnOTEALOUOTE OV TWPOEKLYAY  Jsv
HEopoty vo yevikevbody otov gupluIEpO
minBvopd twv acbevov pe voce Pompe
evIAIKNG  popprig  ywtl movbevd  arov
Koo o1 aobeveig avtol dev uxoiovBoiv
cLOTNROTIKG Tpdypapuse Goknong 3 gopég
v efdopade pe enifreyn. Luvvenag o
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aptfpog twv aclevedv mov cuupetsiyov
OTOV TEIPURUTIKG OYESIEONO Ttay apKetd
OTHOVTIKOS Kol ERGpKAC Yt Ty
dieEaywyn CUUTEPUGATMV OV
oyetiCovrar ue aoleveis pe véoso Pompe
ROV UOKOUVTIRL sVoTNHATIKG efSopudiaing
pe ermifleyn xot ukokovfovv Oepamele
evOULIKTG DTOKUTACTUONG.




VL XYMIIEPAYMATA

Yxomdg TG Tuponcug peETg Tav
v efetdoer Ty emidpacn ™ doxnong
Katd v Beponein evippi|g
vrokatdctucng oe oacleveig pe vdoo
Pompe esvidug  poppijc ot omoiol
axoAovfodv mupdAlha Kol CUOTIHATIKD
Tpoypauta aoknong pe exibleyn 3 popéc
v egfdoudde.  Tuvoyiloviag T
amoteAfonaTe o EPOEKVY UV
ovpnepoiveTonr OTL 1) GOKNON KUTd TN
owpkein g Oepunmeiag evivpuxnig
VROKUTAOTUGTS  d8v  em@épst  xapin
OTATICTIKG oNUavVTIK ey o1 péyloty
wopstpikyy  Sdvopn, oy ebdhernt
doxipacion  Padiong  kaboc wkur  omy
oloTao TOU GOpatog petd and 26
efdouddec  mopiufuone.  [MBavév q
CQULOTIKT} POT) TEPOC TOVS OKEAETIKOUS Hbg
dev paivetal va anotelel Tov meplopioTIKG
‘OpGyovie Yt TV peyictoroinon g
aroppoenong  tou  evibpov O&vy  o-
YADKOGIAOHS oG TOUG OKEAETIKONG MU
kabhg 1 Aetoupyik]  wkavoeTTe  TOV
acbevav  dev  BednioOnke petd Ty
TETPOpTVY mupEpfucy doxong Kutd g
Sudpkewe g Oepumeivg  evivpukig
vnokatdotaons.  fowg  kdrowor  dAlot
milavol punyoviopol propei va subivoviat
Y TV aroppognon Tov eviipon, metdoo
omv mapoboe Epevvee dev  setdouue
PUCIOAOYIKOUG MNYAVISHOU Ttov ifuvdy
VI EUTTAEKOVTOL GTO QPuivopevo avtéd. Ta
gvptijpate  elval OF cupgpovie e g
"Apdoeaty  perdty  oe  wepupedloo
(Nilsson et al., 2011). H ovykekpiéwm
perém uroTElel myv apempio
avalnticsny 1OV KaTdAinhou
wpomovnTikoy  epebioputog v
ueytaTOmOinoy ™He AELTOUPYLKIG
wavoThTag twv acbeviv te véoo Pompe
EVAAIKNG Ropevie, kubhg xut Tov mibuviy
ENYOVICHO OV EUTAEKOVIOL  OTHY
nuBopuoiokoyie T vooov €101 Gt W
GoKnon Katd Vv ddpkela g Bepunsiug
vt VAOKATASTUONS v eival o
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UROO0TIKT). Eivae  onpoviikd  va
AVAPEPOVLLE ot ol aobeveig
avrarokpidnkay fetikd oy doxknon Kutd
TV £YYUON TOV PUpRaKo, Kupimg yuti
OEOTOOVoUY UTOTEASGHATIKA TO ¥pOVOS
TG ©10  vogokopeio kur  estyav  éva
aiobnpe gveliog xard v anoympion
TOUG (7O TOV VOGOKOHEWKS Yhpo.

H  aviyxn  Pektiotomoinong g
apomovNTIKTYG  mupépPacne v Toug
aabeviic pe vooo Pompe evijlueng popgnic
emfigier MY KUWVOTLT OKEWYN Kal TV

KOUWOTOUW  EPUPHOYY}  TPOTOVHTIKOV
npoypappatov mov Hu emeépovy TV
UEVIGTOTONOT ™g AELTOVPYIKTS

IKHVOTHIOG TV ooBeviyv €16l @OGte 1
TOWTNTA Kot 10 wpogddkiyo Lofig vo
avfaverar. Méow g doxnong {oog
yivovv xatavontol kamoot pnyoviopol
mov  mbovév  ve  Peiudcovy T
BepumevTikh) avupetdmion tov aclevov
pe voco Pompe eviyhicnc nopgns. H ypiion
VE@V  TPOTOVHTIKAY  TMPOYPOUMdTOV  #
axo ko 1 Pedtiotonoinon tov eidy
VRLGPYOVILY TPOTOVITIKOV IPOYPUPPATOY
(7. Evradn avamvevonik] doknong Kutd
™y ddpkew  Tou CUCTILQTIKOD
RPOROVITIKOD EPOYPUULATOC TOU
axiovbolv ot aobeveic) iowg empépouvy
OetikG omOTEAECHOTH OTIV  AEMTOUPYIKY
wavotnTe v aobevav, pe otdyo m
acknon ve anoteiel uvardonasto pépog
g Oepumevticls  avTHETOmIGg NG
vooov Pompe oe aobBeveig pe Ty evijdua)
popp] g wdbnong. H o Svoxoriu
emPePaiwong M kot aEdppmg  Twv
vaapydvioy  epgvvinikay  vrolicewmyv
aROTEAED HEPOC TOV HOUKPD AydVE i TNV
avuliton vEmy TPOTOVITLKOV
nupepfidoewmy npog dpehog e Pekrivone
¢ ToTITUg (e duthv Tov achevoy.
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Eridpacy s aoxnons kard v didpreia g Geporeing eviounals vrokardataens av aclleveis pe vioo
Pompe gvijiens poppiie

EONIKO KAI KATIOAIZTPIAKO ITANEHIZTHMIO AGHNON
TMHMA EHIZTHMHEI ®YZIIKHE ATQIHE KAI AGAHTIZMOY
HPOI'PAMMA METAHTYXIAKON LIIOYAQN

«BIOAOFTA THX AXKHEIHY»

AOKIMAYIA EEAAETITHY BAAITHL

Ovouarenovouo: Huyepouyvia:

Nooog:

KATAIPADPH EEAAENITHY JOKIMAZIAY BAAISHY

AENTA KAPAIAKH AIZOHMA | AIZOHMA

(i) METPA() | cyynorrTa | Komesns | svsavorax| TAPATHPHEELE

1 min

2 min

3 min

4 min

5 min

6 min

Zovelo:

Kagpdai Zogvémyre Hpepiog:

Kupowi Zoyvotnre Anoketastaons:

Fevikég Hapatypiiosig:
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TMHMA EHNIZTHMHE

Hapapriue

EONIKO KAI KATIOAILTPIAKO ITANEHIZTHMIO AOHNON

MYLIKHE ATQI'HI KAl AQAHTIZMOY

MPOrPAMMA METANITYXIAKON EIIOYAQN
«BIOAOTI'IA THXZ AXKHXHL»

HPOTOKOAAO MEFIETHE IXSOMETPIK HE A YNAMHY

Ovopatendyvopo:

Nocog:

Huepowyvia:

Xovbhjrny:

METPHEELE EKTEINONTRN

METPHEEIE KAMIITHPON

TONATOL X0y
1. 1.
2. 2.
3. 3.

METPHEEIZ KAMITTHPON

METPHIEIL OQPAKIKON

ATKONA MYQON
1. 1.
2. 2,
3. 3.
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Eridpaan mg doxnons katd o didpreia vis Oepareiag evlopxis vrokatdotasys ot acleveic ue véoo
Pompe evijduas poppic

EONIKO KAI KATOAIZETPIAKO ITANEHIZTHMIO AOHNOQN
TMHMA EIIXTHMHEI ®YIIKHE ATQIrHI KAl AGAHTIZMOY
ITPOIPAMMA METANITYXIAKON EITOYAQN

«BIOAOTTA THX AXKHZHI»

ENTYIIO SYNAINEYHY AXKOYMENQY

Elvar yeyovog o1t ta tedevtain xpovia o kat@hoyog twv ypdviov aobeveiby
mov emnpedtoviat feticd and My doknon cvvexilel vo peyohdvel kabhg Ta OpEAT
™ PUOIKAG dpoomPOTTEC Kol GOKNONG Gpyioay va yivovial anodextd urnd v
emompoviky kowomte. O1 Saotdoelg g pUoIKG SpuoTPIOTNTUC Kal GoKNoHg
ot Pedrioon mg vyelug cvpneplopPdver etikd opfhn oe éva peyddo ¢doua
puctoroyikdy, petafolikdy Kal yuxohoyikdv tapapitpov kabdg kat peinoyg To
Kvdtvon avantolng rodkhdv xpdviov aabeverdv ke pdmprg Ovwnodmag. Fivan
Eexabupo 6 1 Quoi SpacmpdTTa Kt N doknen cupPilovy oy Pedtiooy g
KapOIYYEIOKTG KUl OVORVEUSTIKNG Atrtovpylag, ueubvouy tove mpodiubetikong
nupayovieg kvdbvov avimrtvlng ypoviov acleveudv, Pedudver ™ copanky Kot
rerovpyua] wavomTa Tov atdpov, pewdvel Tu exinedo dyyoug kat KatdOAnync,
gvioybet o aioOnpe mg svebing, kavoviug to dropo va &6l pua Benikdtepn otdon
anévovil ot Gon auidvoviag ™y anddoon omy epyacin Kol 0Tl SpactptoTTEg
avayuyig kat abinong. Olou apéner va yvwpilovpe ot noté Sev eival apyd Y v
cvpreptidfovpe Eva mpdypappe Quowilg Spacmpidtitug Kut GoKnong o
kabfnpepwvoma pag. H evepyomoinom mov pag napéyet n ooy Spuompldtyta Kut
1 GOKNON CUVEIGQEPEL OTI} GVVOMKY motdmta Long avédvoviag ™ SuvatdT T 10U

TVEDLATOC KOL TOD TOURTOG VI AELTODPYOLY GLOTELECPATIKG Kett AELTOUpYIKE,

Eneéijynan doxtuagicdy

Hpw my évapln tov Pecikod mpoypappetog doknong 1o omoio Bo el
cuyvomte  Tpeic popég mv efdoudda Suepkeng ping 1:90 Ouo extedécete tpeig
dokipacieg aforéynong. H apdm Soxipasia 8a agopd my afoddynon me uéyotg
wwopetpiriig Shvapng oTig Pucikdtepeg puikss opddeg (Kauntipeg wyiov, exteivovieg
yovatog, kaprnipeg aykhva, Sopukticol poeg). H éviuon g Sokuaciog kabopiletat

and Ty Sucly oug wpoorafel Koy pikd Sovapn mov Ou epuppoletar oty AP Tov
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Hapaptyuo

opyévou pérpnong. H dedepn doxipucio mov Qo extedéoete Bu elvar 1 ebdhemm
doxipacio Padiong pécw tov omoiov wabopileton 1 AETOLPYIKY KOVOTNTO TOL
atdpov, L) doxpacia vt Bu cug {nbel vo mepratiioete pe 1o S1ké Gug puipud
v €€ Aemtd. TEhog, HE T YpHion TG amoppopnctopeTpiog Smhig evEPYEINS aKTIVGY
X (DXA) 0o abwoloynPel n copankn cug oboteon. Ot Soxipocieg avtéc Oo

paypatonoinodv GE TPEIS SIQOPETIKEG YPOVIKES TEPIOBOUC.

Kivdvvor ko1 gvoylijoeic

Katd mn Oudpret g Suppetors oag otig dokipeoisg aflordynone kedag
KOL 610 Tpoypuppe doknong, vadpyet mbavomra va aobavBeite kdnoieg evoyiioeig
kot aAlayig oty uolohoyud] Aettoupyic tov opyaviopold cug. O alhoyés dutic
propet v eivar arotélecpa ovfnomg 1 peimong g epmiplekic oug mieong,
aKEVOVIGTO (YP1yopo 1 upyd) kupdikd pulud, konwon # aicbnue masiputog tav
puav oug, tovog 1 opityio oto otjbog, Laln kul o8 7oAl andvieg TepTTOoslg propei
voL E(eTE TROEIS Yt £peto kot AmoBupia. Onowdimote adday} Kat av TUPOVCIUCTEL
oT) PUGIOAOYIKT] AElTOVPYiRt Tob opyuvicpold oug Ba xutefinbel xkdbe Svvan)
npoonidele. EnQVOQOPGE TOU OTe PuoAoYIKG Tou eminedo. H  wpooskukn
napaxolovbnoy oug kotd ™ Sudpxewr tov Soxipecuby afoddynone xuat tov
npoypaupatog aoxmong o chapotoromoovy tig mbavotnree avantuéng xdmowon
KvdhvoD yi Tov opyavioud ooc. AtBictpog eEomMopds Kot SISIKEDIEVD TPOaHTIKO
Bu eiven ot Suibeon oug yw omowdimote emixivéuvny kutdotoon propel va

RAPOVCULCTEL

Hpogdorwusve opéiy

To npdypagpd doxnong mov Bu axokovineete Hu £xel wg otdyo 1) Perrinon
TG QPUCIKT] OOC KATUSTHONG KUl THG UAOTEASCHUTIKOTNTUS OUg OTY &KTEAEGT
xafnuepvay  Spuompiomitev kol vroypehocwv. Emiong w emevddagym tov
doxipuoidv (péyiotng vvaung ku 6iertng Padionc) Bu PonbBhcouy sty a&ohdymon
TG UAOTEAECUATIKOTNTUG TOU TPOYPAppOTO; dokneg. Tékog o ovvdvaoudg
PUPHAKEVTIKTG UYOYHS KUt QUOIKAS 0pustnpotiag Kut doknong wmopel va gival

anodotikdTEpog oty BeAtinon g modttag Lomg ouc,
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Eridpoay 1S aoriong katd yy digpxeia myg Bepansics eviopiis vroxardatanys ox aolevels us viao
Pompe evijdune poppiic

Zijtyoy Anpogopidy i axopisc

I'a omowdnmote apgiPolic 1 umopieg oyetikd pe g doxipasieg uEohdynong
Kal 10 TpoYpappa aornong evuppiveste vo vofdiete TIC EpOTNOEIC GUG Kat TOVS
npofinpotiopods oog anevbeiug o’ epdg ya mepartépo thnpopopice. Na éxste vadym
oug kot v Bopdote 611 slote ehedfepor va aosupleite orowdinote otryps Kot oy

gmbounté amd TO TPOYPULLY HOKIONG.

Elevlepia gvvaiveanc

‘Eyw dwfdoe to rupov éviumo ket éxw Aifer cugeic ypurtés kat mpopopikég
minpopopieg e Tig Siudikucies TV SoKIPUGIOY Kut TOD TPOYPAULNTOS GGKIGTIC.
T'vapitoviag Kol kutavomvag Tig Sadikucieg Kot TG GUVINKES TOU TPOYPAUPATOC
aoknong nov Gu vrofinbon, kubog kut toug Kvdivoug wov Thavotate AVIIHETORIGW
Kt Sletpdviag to dtkaimpe pov va anocvpla wnd to npdypappa Goxnone dnhave
vrevbuve 011 EmODUD va COPPETAOY® OTIG 0 TAVE SoKIpUGiEg Onwg emionNg Kut 0To

npoYpUpLE GOKTOHG,

Huepounyvia Yroypap Aokobuevon

Huepopnvia Yroypapy Mapropa
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