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[ AUKOYOVO

* To YAUKOV'C')VO elvat éVClC ' MOp(I)r’] ZUVKéVTpLUGF] chwthr']
OLAKAOOLOHEVOG TTOAUCAKXAPLTNG TNG Amofnkevong  Mukodng Emtidpaon
YAUKOZNG, TTOU Aeltoupyel wg ,
amoOnNKeUTIKN HopdR LBATAVOPAKWV. EAeUBepN 0aM YTISPBZA“fr;

. , , ~0. Ttieon > pRén
e ATtoBnKeULETAL OE KOKKIQ OTO [Aukodn KUTTAPOU

KUTTAPOTIAQOHA KUPILWC:

e oTO AMApP: cwc kat 10% tou Bapoug Qouwt.lm
' , acdpaleg >
TOU LOTOU [AUKOYOVO ~0.01 M ,
] ) otabepog
* OTOUCYPAMMHWTOUG MVEG: 1-2% TOU SYKOG

Bapoug Tou LoTou



o
)4{:”’6\ (7 o~y Emtirmedo Aopn MNepypadn
et LT &1‘\:’&
b 0 B- MNpwrtoyeveg owpatidlo pe
cwpatido ~55.000 popra yAukodng
2U0puTAeypa 20-40 B-
(2] a-poZeta cwpatdiwyv oe popPn

poletag

KuttapomAaopatiko cuvoAo

Kokkio , )
He a-podletecg kKal eviupa

* Ta KokkKia YAUKOYOvou eival opata oe KaAd Opeppeva wa.

* Metd amno 24 wpegvnoteiag, e€adavidovral Aoyw
gvepyotoinong tng YAukayovoAuvongc.

* O poAoctoug oto Amap eivat n dutatipnon tng YAUKAZng oto
aipa pecw amodopnong tou YAUKOYOVouU.



* Ta peydAa KoKKia OeV TIEPLEXOUV HOVO YAUKOYOVO, AAAA ATtOTEAOUV HETABOALKA EVEPYA CUHTIAEYHATA TIOU
meplAapfavouv:

* TAukoyevivn~ tupnvag cuvbeong

e 2ZuvOaon yAukoyovou- €viupo oclvBeong YAUKOyovou

* dwodpopuldacn YAUKOYOVOU-> VU0 ATTOLKOOOUNONG

* Kwaon pwaodpopuAacng> pubuLoTtiko eviupo

« dwodompwrteivikn pwaodataon 1(PP1) > dwodatdon mou pubpuidel tn dpactnplotnta Twv eVUPWY
* PuOplotikEégumopovadeg (T.x. uttopovada G) » cuvdeouv Ta evupa OTO KOKKIO

* AopkEG MpwTteiveg ~> otabepoToinon Kat opyAvwaon TOU CUPTIAEYHATOC

* OppoOVIKOiL UTIOBOXEIC | CNUATOJOTIKA popLa (EppeCA) 2 TL.X. eTidpacn VOOUAivNg, YAuKayovng



*To B-ocwparidlo cival N BacikA povada atro8RKeuong
YAukayévou oTo KUTTaPOTTAC Q.

*AttoteAciTal atrd aAucideg YAUKOLNG TTOU eKTEIVOVTAl
OoMOKevTpa o€ eTTiTredA (tiers).

IdiotnTa

Tin / Nepypadn

Mnkog kKabe aAuoidag

12-14 popra yAukolng

2UVOALKOC aplBpog
erumedwyv

12 tiers

2 UVOALKOC aplOpog
yAukolwv

~55.000 popLa yAukodng ava B-
cwpatidlo

EYdeGla To H r'] B- « OLaAucideg EeKvouv amo Tov TTUpAVA (CUVABWC YUPW aTto TN

2wpatidiou

YAUKOYEVIVN) KAl EKTEiVOovVTAl AKTLVWTA.
* KdaBe veo eminedo meplAapBavel mePLOoCOTEPEC AAVOIdEG, e

r7\U KOYéVO U YEWMETPLKA avénon tTou aplOpov Twv YAUKoJwV.
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 Hdoun oc tiers smitpEmel:

* Mukvn amoBnkevon YAUKOING O€ PIKPO OYKO

* TaxeiampooBaon ylwa cuvOeon Kal atodounon

* EAaxiotomoinon WOoHWTIKAG Ttieong, Kabwc 1o B-cwpatiolo
AELTOUPYEL WC Pia wopwTIKA povada




AmoOnkeuon peydAng moootntag YAUKOZnG He EAAXLOTO WOHWTLKO ¢popTtio

PoAocg otn Aopun
[Aukayovou

ETipnkuvon tng

YPOAMHIKAG
aAvaoidag

Anpovpyia
SLakAadwoeswv
KaBe ~8-12
YAUKOCZeCQ

Asopocg ®¢con
CHZOS (;;Hzog CHZO(I; «-1,6 Linkage (Branching & Debranching Enzymes)
GO Lo Ko AoKer a-1,4 Metaéu C1 kal
H H 1 4
- d/: ) e oo emn YAukoQitikog C4
of GEI;;:(:gen\HO OH Lo oH ! OH l;omﬂ
H H H
«-1,4 Linkage (Glycogen Synthase & Glycogen Phosphorylase). a-1 ’6 M STGEU C 1 Kat
YAukolttikog C6
* H yAukoyevivn ekiva tn ocuvBeaon, TtpooBbEtovtag YAUKOZeg pEow a-1,4 SECHWV.
’ ’ * Kabe ~8-12 yAukoleg, eva eviupo dltakAadwonc (glycogen branching enzyme)
r?\U KOZ[T L KO L ASGU O L eloayel a-1,6 deopo, dNUIOLPYWVTAC VEA SLAKAASLOMEVN aAuaida.
GTO r;\U KO (’)VO * To amotéAeopa eival Pla TTUKVA SLAKAASLOMEVN, odalpLKN SOMN TIOU ETITPETEL
Y * [pAyopn ouvOeon Kat arodopnon




*OL Baowoi pnxaviopoi cuvBsong (YAUKayovoyeveaon) Kal
arodopnong (YAukayovoAuon) eival Kowvol oe ATap Kat
HUEC.
*QQ0T000, Ta Eviupa eival dtadopomonpeEva:
* 210 AMap: n YAUKOZN Ttou arneAsuBepwvetal Pmopel
va eloceNBelotnV KUKAodoplia.
e  2TOUC MUEG: N YAUKOZN XPNOLLOTIOLE(TAL TOTILKA YL
rtapaywyn ATP.

Katavopn kat PoAog
Tou [AuKoyovou otoug
lotouc

lotog

Mpappwroi pdeg

‘Hrtap

Mooooto
Fukayovou

~1-2% TtoU BApoug

~10% tou Bapoug

Aeltoupyia

Apeon tnyn
evépyeLag yla
aspoflo Kat
avaspoflo
HETABOALOMO

Amo6nkn yAukolng
yla AAAoug LotoUlg
otav N yAukoln oto
aipa eivar xapnAn
(Tt.X. peTagL
YEUHATWY, vnoTteia)

* Yrtdpxel duvatdtnta tpooAndng yAukoyovou amno tnv
TpodN.

* 2TO0 EVIEPO, TO YAUKOYOVO LEPOAUETAL ATIO TIETITIKA EviUPA
(Tt.X. apuAdoeg) o YAuKoZn Kat OAlyooaKXapiteg, oL otoiot
aroppodwvTal Kal xpnolgorttolovvtal fj armroBnkevovtal.




* H amodounon tou YAUKoyovou eival emavalaufavousvn

AT[060 U no-n dradikacia: To eviuuo adpaipei dtadoxika popra yAukolng
! amo TI¢ aAuoidec HEXPL VA PTACEL OTO TETAPTO HOPLO TIPLV
r)\U KOVOVO U amno cnueio dtakAadwong.

270 QTTAP, N 6-PWOPOYAUKSIN UTTOPEI Va
ATTOPWOPOPUAIWOEI Kal va E10EABEI 0TV KUKAOQOpIa.
*2TOUGC MUEG, XPNOILOTTOIEITAI TOTTIKA Yia TTapaywyn ATP
MEOW YAUKOAUONG.

*H amod1akKAASWTIKA ¢ACN €ival ATTOPAITNTN YIA TV
TTAAPN TTPOcRaon oTI¢ YAUKOLZEC TTOU BpioKovTal O€
OIOKAAdWOEIC.

‘Evlupuo

MMukoyovodpwaodpopudaon

AnodiakAadwTtiko éviupo
(oAwyo(a1-6)~(a1-4)
glucantransferase)

dwodoyAukopoutaon

PoAocg

Adaipei yYAukOZn we
1-dwodpoyAukoln
amnod aAvoideg pe a-1,4
deopolg

Metadépet 3 YAUKOZEG
arnod SlakAadwaon kat
vdpoAveL Tov a-1,6
deopod

MetatpeneL TNV
1-dwodpoyAukoln oc
6-dwodpoyAvkoln,
€towun yta xprnon
egaywyn

lotoc

‘Hmap & Muoecg

‘Hrtap & Mieg

‘Htap & MUegg



/

1-Owogopikr] YAuk6dn

DwoPoYAKOPOLTGOT)

Dwopartéon TG 6-Dwopopikr] YAux6dn

6-PwoPoPIKS
YAux6dns
(oo fmap) MukdéAvon
Muxéln
Pi
Vv
Fahaxniké oo = > NMupoorapulixé oo
_ Tadaxrixd ZopTAOKO
bebbpoyovaGon TUPOOTaPULAIKAS
bebbpoyovaong
CO,
AxeTulo-CoA
ﬂ TCA xoxkAOS
CO, xan HyO

DO POoPLAACT YALKOYOVOUL:

evapktnpElo v LUO

Xpnoiuotrolgital n Pi yia va diaoctraoel a-

1,4-yAOKOJITIKOUG §€CHUOVG
ATTO6i6¢l 1-pwaTPopIKn YALKOLN

TePUATIKA AKPA TOL YALKOYOVOU



Dwopopuldon
YAukoydvou
1 A ' : :
“Dwopopixr] YAuk6dn / ¢« DwoPoyAvkopgovTaon: SsLTEPO PHUA
DwOPOYAKOPOUTGOT

MeTaTpertel TNV 1-pwoPopIikn YALKOLN

Dwoparéon g 6-PwOPoPIK YAuKGln o€ 6-PpWOPOPIKN YALKOLN

6-PWOPOPIKIS
YAux6dns
(ovo frap) MukdéAvon
Muxédn
Pi
A4
fadaxniké of = ~ Mupooragpuliké 086
: [ahaxnm" ZOpTAOKO
bebbpoyovaon MUPOCTAPUAIKIS
bebbpoyovaong
CO,
AxeTudo-CoA

ﬂ TCA x0KMNOS

S o (' A



(Muxdédn),

P
\ DwopopuAdon
YAUKOYGVOU
Y
1-Pwopopixr YAuxdln « Avaloywg TOV IOTO:
PWOPOYAKOHOUTEON « 'Hmap: vbpoAvcon oe YALKOZN ATTO TN
| PWoPATACN TNG é-P-yAukolng
Dwopardon TG 6-Dwogopikr YAux6ln
Gicpu:&qxx)mr}g 1
g B « [lepIpePIKOI 1I0TOI: N 6-P-yALKOCN UTTAiVEI
Mokl oTn YALKOALGN
Pi 1 1 1 1 ]
it * [AAQKTIKO OEL OTIC AELKEC MULIKEC IVEC
Ffadaxniké oo = ~ Nupooragpuliké oo - ' : 1
 Tadaxrin zl::u:m ’ « [MANPNG 0&eibwon OTIC EPLOPEC PLIKEC
bebbpoyovaon TUPOCTAPLNIKS iVEQ
bedbpoyovaong
CO,
AxeTodo-CoA
ﬂ TCA KNS

CO, xan HO



‘EpuBpég (TUTTOU |, slow-twitch):

[1AoUCIEC OE MITOXOVOPIA KOl Juoo@alpivn.
*XPNOIKNOTIOIOUV KUPIWGS aEPOPIO HETABOAICHO.
*AVOEKTIKEC OTNV KOTTWON, KATAAANAEG VIO TTOPATETAMEVN
OpaoTNPIOTNTA TT.X. HOPABWVIOC).

*Agukég (TutTou I, fast-twitch):

*AIYOTEPQ LITOXOVOPIQ KAl JUOT@aIpivN.

*XPNOIUOTIOIOUV KUPIWC avagpOPIo JETABOAICHO.
‘loxup€c aAAa KoupadlovTal ypriyopa (TT.X. OTTPIVT).



Hmrtap

*OT1av n YAUKOZn oTo dipa TéQ@Tel (17.X. METAEU YEUUATWY,
vnoTeia), To ATTap atreAgeuBepwvel YAUKOIN.

*H yAukolo-6-pwao@ardon oTov auAsd Tou
gvdotrAaoparikou diktuou (EA) udpoAuel Tn yAukolo-6-
PWOPOPIKHA.

*H yAukogn peragpéperal péow GLUT2 otnv KUuKAO®opia
yia xprnon atmmé aAAoug 1I0TouG.

MpappwTtoil Mueg

*H yAuko{0-6-@wo@opIkn dev e€EPXETAI ATTO TO MUIKO
KUTTOPO.

*XPNOIYOTIOIEITAI TOTTIKA VIO TTAPAYWYI EVEPYEIOG HECW
agpoBiag R avagpopiag YAukOAuong.

*Aev UTTAPXEl YAUKOLO-6-uo@aTdon OToUuG HUEC — OEV
atreAeuBepwveTtal YAUKOZn oTO aija.

GLUCOSE

Pentose phosphate
pathway

Enzyme
Hexokifnase

e

Glycolysis

ATP production

Glucose-6-phosphotase

Glucose-6-phosphate



/

ATTOIKOSOUNON YALUKOYOVOU - YAUKOYOVOALON

KurrapobidAvpa
Qwopardon g
GoP  b-pwogopikng yYAukolng

MeTapopéag

METMPEHQ — | Ymmaﬁ

GeP (T1) L 4 /m]

> G6P '. » Mukdln

P GLUT2

Auhdg EA *Fi
\ MeTogopéag
P, (T3)

EAEIWN pwopaTtaocng 6-P-

YALKOCNG

EANEIPN TOL PETAPOPET YIA T

LETATOTTION MECA OTO E.A.

ATTOONKELTIKA VOO OGC TOL
yAvKoyovoo Tommov 1 —-v. Von
Gierke




KurrapobidAvpa _:EJTESSL?
Dwopataon g
GoP  b-puogopikig Ylukdlng
Tpiyoeibés ‘EAA&IYn pwoparaong 6-P-

M - . r b , L] L
i l vyAvkodng (Tomog la)

'EAN€IYN TOL PeTAPOpPEA TNG 6-P-
yAvkodlng (tomog IB)
1/200.000

AVTOCWMIKO LTTOAEITTOMEVO




‘ — YmoyAvkaipia vnoreiag
KutTapobidhupa | " pepPodvn (atTeEAeLOEPVEI UEPIKA TTOCOTNTA
Dwopardon g YALKOINC ME TN AEITOLPYIA TOL

G6P  b-puwogopikis YAuk6lng | '
, / T  Sm—— ev{OUOL ATTOSIAKAASWONG)
Metagopéag — o 1
G6P (T1) ‘ / M)
n"'

/

FahakTikn oaipia (1o NTTap dev
UTTOPEI VA XPNOIUOTTOINCE

s Gep ) “.-M,K(,gn » Mol . ATTOTEAECUATIKA TO YAAAKTIKO OEL

/ YIa YAUKOVEOYEVEDN)

o GWn , o
*P, Mapayel yYaAakTiko ofL wg
\

\ Meragopéos anoré)\s'cua oTnv é||<|<pl|or|
P, (T3) ¥ YALKayovng (etTeibn AeitTel TO
AvSnpév ev(Lpo Sev ATTEAeLBEPWVETAI

g yALKOTN)

010 aipa

Auldg EA

\
\




Noooc von Gierke — yAukoyoviaon tumou |

®uoioAoyikOG pnxaviouog ameAsvfépwong yYAukolng

Kuttapémaopa % ﬁ:;éggc:]ﬂ
Qwogatdon g
G6P  6-Qwopopikig YAukdlng
; . Metagopéa Tpiyoeidég
e il
G6P (T1) I / (T2)
\->G6P Mkl ———> Mukdln > ~
GLUT2
Aulog EA P — g
\ Metagopéag
P. (T3) %
Augnpiévn
OUYKEVTPWO
yAukong
oTo afpa

21N Voo, T0 TEAIKO Briua petatpornc g G6P oe yAukoln eumodiletal.

Yrigpoupixaidia: avénuévn armodopnon
TTOLPIVWYV KAl JEIWHEVN VEPPIKN armoBoAn
OLPIKOVL OEEOC AOYW ALENUEVOL YAAAKTIKOU.
Mmopel va mpokaAéoel ovplikn apbpitida.

YriepAimdaipia: n mepioosia G6P
SloxeteLEeTAl OTN CLVBECN AITTAPWY OEEWV
Kat TPIYALKEPISIWY. ZUPBAAAEL KAL N MEIWMPEVN
KaBapon ATOTTPWTEIVWV.

ATTOKpPION O0TN YAUKAYOVN: Sleveipel T
YALUKOYOVOALON, AAAG TO TEAIKO Brua
TTAPAMEVEL UTTAOKApPLIoUEVO. ALEAvVETAL TO
YOAQKTIKO, JE HIKEN N uNdevIKn avénon
NG YALKO(NG OTO aipa.

AVTIMETWITION: ATTOPLYI VNOTEIAG Kal
KATAAANAN S1aTPO@IKN aywyn UE oLXVA
yeLHATA, WUO AULAO apaBoacitou r, oTav
XPEelAleTal, CLVEXN VLUXTEPLVI EVTEPIKN OlTIoN.



Mn avaywyika

axpa
(a1-+6)
Seopos

Mwkoydvo H pwo@popuvAacn Tov
yALKoyovou SilacTra Toucg a-1,4
YALKOJITIKOVC §€CHOVC

OTav peivouy TEcoEPA PopIa
yAukolnc

Mopra 1-ooopis 'Eviupo amodiakAadwong
yAux6Zng

evepydrTa MeTaronion 3 kataAoinwv - ApOO’TanéTnTO TpcvccpsdeHQ
TPavVOpepdons 7ou yAukodng

*  MeTakivel Ta Teia popIa YALKOZING
OTOV ETTOUEVO KAQSO

'Eviupo amodiakAadwong

P — * ApaocTnplotnta YAukoldidbaong
(ax1—+6) AngAsuBepmon eAsiBepng

Yousibams o | VARSI *  ATTEAELBEPVEI TO TEAELTAIO
- ) ") nuxsln poplo YALkolNnG oTov a-1,6
YALKOJITIKO SECHO

AbiaxAGHiIoTO (a1-+4) TroAvpEpEs,
UTrGoTPWHa YIa TEpaTEpw Spaon
NS PWOPOPLAGONS




Mn avaywyikda
akpa

Mopia 1-pwogopikis
YAuk6Zng
evepyornra MeTaronion 3 karahoinwv
TRAVOPEPGOTS TOU YAUKOTNG

evepyoTnTa - '
(ax1—=6) AneAeuBepwon eAetiBepng

yAukolbGong Tou yAukolng
e () Nuxeln

—

AbBiaxAGBIoTO (a1-+4) TTOALPEPES,
UTTGOTPWHa YIa TrEPpaITEPW dpaon
NS PwopopuAGong

NMARENS amoikoSounon Tov
YALKOYOVOUL O¢ 1-p@OTPOopPIKN
yAvkoln kail og YAvkoln

EAQTTOUATIKG £vILUA — VOOOI
ATTOBNKELONG YALKOYOVOUL




Lysosomal acid a-
glucosidase

Glycogen in the lysosome

a-glucosidase deficiency
(Pompe disease)

Nocol amobnkevong
YALKOYOVOUL

Noooc Pompe
ATTOBNKELTIKA VOO OC TOTTOUL

Attovoia a-1,4 yAvkolibaong
(A\vcocwuaTa)

YLOOWEELON YALKOYOVOL OTA
ALCOCWUATA O& KABE I0TO

Erreibn o1 aAAeg ammolkoSouNTIKEG 080
TOL YALKOYOVOUL bev eTTNpealovTal eV
EXOLE METAPROAIKES SIATAPAXES OTTWGC
otn v. von Gierke

YoBapn vTToTOVIa
Kapbiopeyahia

Kapbdiopvotrabeia




Lysosomal acid a-
glucosidase

Glycogen in the lysosome

Glucose 1-phosphate

a-glucosidase deficiency
(Pompe disease)

Noocol amoBnkevong
YALKOYOVOUL

Noécog Pompe
ATTOBNKELTIKA VOTOC TOTTOL ||

Atrouoia a-1,4 yAvkoJibaong
(\vcocouara)

LLOCWEELON YALKOYOVOUL OTA
ALCOCWHATA Ot KABE ICTO

EtTei&n ol AAAEC ATTOIKOSOMNTIKES O&0I
TOL YALUKOYOVOUL &gV arrnpec:@ovml Sev
EXOLHE UETAPOAIKEC SIATAPAXEC OTTGC
oTn v. von Gierke

IoPapn vTToToVid
Kapbiopeyahia

Kapdiopvotrabeia




* @ lNartin kapdid sivat t6oo evAAwWTNn

*  YYnAR evepyetakn {ntnon: O Kapdlakog UG
douAeveL adlakota, 24/7. Xpelddetal cuvexn tapoxn
EVEPYELAC KAl LoOPPOTIia 0Tn dldoTtach YAUKOYoOvou.
‘Otav to éviupo GAA Asirel, n cuoowpevon
yAUKoyovou dlatapdocel AUt TNV LlooppoTTia.

* Aopwkn evawcdnoia: Ta kapdlopvokLTIapaA eival
HeyaAa, pe TAoUGCLO AUCGOCWHLKO diktuo. H
uTtEPHOPTWON HE YAUKOYOVO 0dnYei o€ BLOYKWON KAt
Ttéixuvon tou puokapdiou (uTteptpodia).

* Mnxavikn cuveénela: H uteptpodia pewwvel tnv
€AAOTIKOTNTA KAl TNV IKavotnta AvtAnong aipatog,
TIPOKAAWVTAC KAPOLAKNA AVETIAPKELA.

* HAektpikn actabela: H cuocowpevon pmopeiva
EMNPEACEL TNV AYWYLHOTNTA, 00NYyWVTAC OE
appubpiec.

Lysosomal acid a-
glucosidase

Glycogen in the lysosome

Glucose

o-glucosidase deficiency
(Pompe disease)

Néocol amoBnkevong
YALKoOYOvoL

Noocog Pompe
ATTOBNKELTIKY VOTOG TOTTOL |l

Attovacia a-1,4 yAvkolibaong
(A\vooocowpara)

TLOOCWPELAN YALKOYOVOL OTA
NvocoouaTa og Kabe I0TO

Emeibr) ol aAheg amoikobounTikéG odoi
TOL YALKOYOVOUL gV eTnpealovTal Sev
£XOLME METAPRBOANIKEG SIATAPAXEG OTTWG
oTn v. von Gierke

YoBapn vrroTovia
KapsiopeyaAia

Kapbiopvormabeia




Mn avaywyikda
akpa

Mépia 1-pwogopikis
yYAuk6dng
evepyornra
TRAVOPEPGOTS TOU

evepyoTnTa
(ax1-+6)
yAuko{bGong Tou

Metaronion 3 kataAoinwyv
YAUKONG

AneAsuBEpworn sAstiBepnC

_ YAukolng

") Muxsln

ABIaxAGHIoTO (a1-+4) TroALpEpPES,
VTTGOTPWHA YIa TTEpaITépw Spaon
AGO

Noool amobnkevong
YALKOYOVOUL

Noocog Cori
ATTOBNKELTIKA Voo og TutTo llI

Amrovoia Tov ev{LHOL
amodiakhadwong

Movo ol e€TEPIKEC AALTIOES
atrolkoSopoLVTal Ao TN
PWOPoPLAACH

HrmaTtopeyaAia

MapOHOoIEG EKENAWTEIC PE AVTEC TNG
vooou von Gierke

Mo ATTIEg




Mn avaywyika
Gxpa

Mépia 1-pwogopikris
yYAuk6Zng
evepyornra
TRPOVOPEPGOTNS TOU

evepyoTnTQa
(a1-+6)

yAukolbdaong Tou

(a1-+6)
beopis

MeTatonion 3 karaAoinwyv
yAukolng

AneheuBépwan eAeiBepng

_ YAUKOING

" ‘ Muxedn

ABiIaxAGHIoTO (a1-4) TTOALpPEPES,

UTTBOTPWHRa VI TTEPaITEPW dpdon
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ATTOBNKELTIKN VOTOC TOTTOL V
AmTouoia HLIKNG PO PopPLAACHS
ETTO8LVEC ULIKEC KOAUTTES

Agv UTTOPOLY VA EKTEAECOLV EVTOVN
aoknon (&ev eival SIABECIUES Of PLIKES
ATTOBNKES YALKOYOVOUL)

Agv avavetal TO YAAAKTIKO OEL

ALENUEVA ETTITTESA TTPWTEIVGOV OTO
Qipa

ALENUEVA ETTITTESA KPEATIVIKNG
pwopokivacng (CPK)

Metd amno Aiyo, evepyottoleital n xprion Aumapwyv
o&EwV kat YAukoZng amo To aipa > to yvwoto
“second wind phenomenon”.




Normal levels of giycogen Clycogen storage increased G Iy C O g e n Sto ra g e d i S e a S e ty pe 1
in liver in liver & other organ: o
e Clinical features

GSD1a/GSD1b

Short stature - delayed puberty
Liver and kidney enlargement
Fasting hypoglycemia
Hyperlipidemia and hyperuricemia

SLC37A4 gene Z a
mutation Chronic renal disease

Liver adenoma
Osteoporosis

GSD1b

Neutropenia/Neutrophil dysfunction

Recurrent infections
HEALTHY GLYCOGEN STORAGE

DISEASE TYPEIB Inflammatory bowel disease
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“| 2akxapttika NoukAgotidowa

* Mnyn Nukaodng ywa ZuvBeon Nukoyovou

e & TiEivay

* Ta cakxapltika VOUKAcotidia ival evepyomolnUEVeECG HOPPEC
CAKXAPWYV TTOU CUPHETEXOULV O€ BLOCUVOETIKEC avTIOPACELC.

* To 1o yvwoto eival to UDP-yAukoln, Ttou tpoodEpeL YAUKOLZN yia TN
oUvOeon YAUKOYOVOU.



Bpata Avtidpaong 0 0 ON®
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Sugar phosphate NTP

* NoukAeoQ131KO TpLdpwadopiko (NTP), rt.x. UTP
e Pwodoplkdé ocakxapo, T.x. YA\ukolo-1-dwaodoplkn

NoukAeodIAKN emtiBeon:

* To apvnTka ¢opTIGHEVO 0§UYOVO TOU GWOPOPLIKOU CAKXAPOU dpa WC VOUKAEOPLAO. T T C”) ('?
* Avti5pd 610 a-pwodopiké tou NTP. -O——II"'—O—T—O- O—T—O—il’—O
y [ O &= O- @ O~
A'I'[Ol..ICI.Kp uven T[UpOd)WO'(I)OleI’]Q (PPI) Pyrophosphate (PP;) Sugar nucleotide
* H emtibson 0dnyei o ektomion tng mupodwodoptkng opadag (PPi). N—) (NDP-sugar)
* >xnuatidetal To cakxapLttkd voukAgotidio (rt.x. UDP-yAukoln). i e

YdpoAuon tng PPi:

2 "O—IT—OH
O_

* H avopyavn nupodpwodataon udpoAuvel tnv PPi os 2 Pi.
e AUt n UOPOAUCH 0dNYel BeppoduvVapLKa TNV aviidpaon Mpog ta de&ld, KabloTwvtag Phosphate (P,)
TNV BN avactpePLun.



*H evepyotroinon tng yAukoldng péow UDP givai
aTmmapaitnTn yia akptn Kat eEAeyxopevn cuvlson
yAukoyovou.

*H udpoAuon tng PPi gival kpioiun yia Tn Bgppoduvapikn
KatevBuveon Tn¢ avtidpaonc.

+To id10 portifo evepyotToinong I0XUEL Kal yia AAAa oakyapa
(17.X. UDP-yaAaktoln, GDP-pavvoln).

* TeAwko Mopro: UDP-IAukoln

* [leplExet:
* TAukoln (evepyottolnuévn)
¢ Oupdivn (voukAeotidilo)

CH,0H

OH 2
HO (@) P
N,
OH ’
0
1-dwopopikn YAukoln

CH,OH

o cl) 0~ 0 OH
; \ 7 HO o) 0.
PO QR
0%/ Yo 0 OH /3
0 0_0
UTP UDP-yAukdéZn

* Xpnowortoleital anod tn yAukoyovoouvOetaon yla tnv mpoodnkn YAukolng oto yYAUKOYOVvo.

+ PP;



2 aKxapLoka
NoukAsotidla:
[Latt Etval
|davika yia

BlioouvOsoslc

MetaBoAikl Mn Avaoctpepotnta

* O oxnuAtlopocg TouC eival eEwepyog Kat pn avactpePipog (Aoyw
vdpoAuaonc tng PPI).

* AuTO cuPBAMEL OTNV KATeLOUVON KAl ageTaTpoTmia Twyv
BLOCUVOETIKWY HOVOTIATIWY OTIOU CUHHETEXOUV.

Evepyelakn kat KataAutiki Zuveltapopa

* OLVvoUKAeOoTIOKEG pileg (Tt.X. UMP, AMP) mpoodEpouv evepyelakn
otabepotTnTa KAl HN-OHOLOTTOALKEG AAANAETILO PACELG.

* AUTEG eVIOXUOUV TN OUYYEVELA KAl KATAAUTIKA dpdcn Twv ev{UHWV
TIOU TA XPNGCLUOTIO0UV.

Evepyomoinon tou Zakxapou

* H VOUKAEOTIOKN OHAdA EVEPYOTIOLEL TOV AVOPAKA TOU CAKXAPOU
OTOV OTIOL0 TIPOCOEVETAL.

e AUTO JlEUKOAUVEL TNV VOUKAEOPLALKA €TiBEON aTto AAAA popLa (TT.X.
KATA T oLVOeaon YAUKAYOVOU ] YAUKOTIPWTEIVWV).

E&edlkeVpEVN ZAMavon Kat Katavopn

* HmpooOnkn VOUKAEOTIOIKAC opadacg Asttoupyei we “oquavon” yua
OUYKEKPLHPEVO HETABOAIKO OKOTIO.

* [1.x. n UDP-yAukodn rtpoopiletal yia ouvOeon YAUKOYOVOU, VW AAAEC
e€olec xwpiconuavon pmopei va odnyndouv otn YAUKOAUGN.



* Ta oaKXapLTIKA VOUKAEOTIOLA Elval KEVTIPLKA HOPLO EVEPYOTIOINONG OE TIOAAEG
BloouvBeoelc:

* Mukoyovo

* NMukompwrTteiveg
* MukKoAutidLa
* MoAvcakxapiteg KuTTaplkoU Tolxwpatog (oe Baktnpla kat puta)



20UvBeon NAukoyovou
(FAuKOyovoyeveon)

* TAukoln + ATP » N'Aukoln-6-P + ADP ¢ Ev{uuo: E€okivdoeg
(Hexokinases)

* E&okwvaonl, Il > Muikog Lotog
* E&okwaon IV (Mukokwvaon) »'Hrap

* TAukoln-6-P » Nukoln-1-P ¢ Eviupo: PwodoyAukopoutdon

(Phosphoglucomutase)

* TAukoln-1-P + UTP » UDP-ITAukodn + PPi ¢ Eviupo: UDP-yAukodn

dwodopuidon (UDP-glucose phosphorylase)

* [pooOnkn uTtoAeLlpaTwyY YAUKOZNG HE deopoug al-4 » Nukoyovo
¢ Evlupo: ZuvBetaon yAukoyovou (Glycogen synthase)

* Anpovpyia dtakAadwoewv pe deopouLg al-6 > AtakAadLlopEVo
YAukoyovo ¢ Evlupo: FTAukoculotpavodepdon (Branching enzyme /
Glycosyltransferase)




Branch synthesis (a1-6) in glycogen

Glycogen branching enzyme action: starch (al—4) to(al—6) transglycosylase
or
glycosyl (4—6) transferase

Transfer of 6 or 7 glucose residues from a glycogen with 11 residues
at the C-6 OH of glucose in the internal position of the same

or another glycogen chain creating branch ‘ \\

o) 0 o) 0 0 o) 0 o) Y o

core

enzyme

o) 0 0 0 o) 0 0
Nonreducin K >1 K } K >‘ K >1 K } K >! /
aid € wo o— —o ) 0 —o 0 D
0 (al—6)Branch
0 0 0 0 poln
Nonreducing l< ;[ G J: ;l g K >' . Glycogen

end core

(a1—4)
glycogen-branching

Branches lead to: a. Increased solubility of glycogen
b. Increase non-reducing ends for faster synthesis/decomposition



[AUKOYEVIVN

* PoAAog: H yAukoyevivn Eekivd tn ouvBeon Tou
yAUKOYOVoU TtpocBETovTag popla yYAukodng oTov Eauto
mne.

* Avaykaiotnta: H yA\ukoyovoouvBetdon dev pmopet
va EEKLVAOEL Aamo Povn tng.

* Mnxaviopog:

* HyAukoyevivn £€xel evdoyevi
yAukoluAotpavodepaon.

* Xpnowuomotei UDP-yAukoZn wg utooTpwpa.

* AutoyAukolUAlwvVeTAL OE la Tupoaivn.

* [lpooBéteLmepinou 7 popla YAukodng pe deopolc a-
1,4.

* Anuloupyel E&vav EKKLVNTA yla TNV ETIEKTACN ATIO TN
yAukoyovoouvBetdon.




Evapén cuvBeonc
YAUKOYOVOU aTto th
YAUKOYEVIVN

* Metadopd tou MpwToL popiou YAUKOZNG

* H UDP-yAukoZn petadepel pia yYAukoln otnv
udpo&ulopada tng tupoacivng tng yAukoyevivng (Tyr-OH).

* Anploupyeitat deopodg O-yAukoluAiou.
* Eméktaon tng alucidag

*  To C-1 piag veag UDP-yAukodng avtdpd pe tnv C-4
vdpo&uAopada tng teAsutaiag yaAukodng tng aAvoidac.

* Anpoupysitat deopoc a-1,4-yAuKoISIKOG.
*  EmavaAnyn tng avtidpacng ~6 ¢popeg

* HyAukoyevivn mpooB£tel cuVOALKA 7 YAUKOZEG OTOV
€AUTO TNC.

*  To teAKO poplo anoteAsital amd 8 yAukolZeg (1 apxikn +
7 MPOOCTIBEEVEC).

* AUt N PIKPN aAuoida Aeltoupyei WE EKKLVNTAG yla T
yAukoyovoouvBetaon.

(a)

H
UDP-glucose

HO

~0—P—0—P—0~

6 O [Rbose]{Uract

glucosyltransferase
activity

UDP-glucose UDP

HO

b o {Ree U]

chain-extending
activity

UDP

Repeats six times



Aopn Tou poplou Tou
YAUKOYOVOU

* Ekkivnon pe tn yAuKoyevivn
* H yAukoyevivn Aettoupyel wg MPWTEIVIKOG TUpRvaG.

*  AutoyAukoZUALWVETAL KAl SNULOUPYEL TOV EKKLVNTH YlA TNV ETTEKTACH TWV
aAuGidwV YAuKOZNC.

* Eméktaon oc "otpwoelg” (tiers)

*  OLaAUGIdEC YAUKOYOVOU ETIEKTEIVOVTAL OHOKEVTPA YUPW ATIO TN YAUKOYEVIVN.
*  KdbBe véa otpwon TEPLEXEL TIEPLOCOTEPECG AAUGIDEC ATIO TNV TIPONYOUEVN.

*  AwakAadwoelg (a-1->6)

*  KdbBe eowtepikn aAucida dnuloupyei 2 StakAadwaoelg HEow dECHWY a-1-6.

*  OLdlakAadwoelg EeKIVOUV TOUAAXLOTOV 4 YAUKOZEG HAKPLA ATIO TIPONYOUHEVN
dlakAadwon.

* E&wteplkég aluoideg
*  Oltelkeg (e€wTtepIkER) aAuoideg dev dlakAadilovtal.

* Teppatidovtal U pn avaywylka akpa, Ta omoia ivatl ta onueia dpaong Ing
dwodopuAdonc katd tn dldoTacn.

(b)

Each chain has
12 to 14 glucose
residues

mesm second tier

@ glycogenin third tier

m—— primer fourth tier

outer tier
(unbranched)




2e aoBevn pe vooo von Gierke, n YAukayovn mpokaAei gikpni | HNndevikn avénon tng YAUKoZng Tou aipartog,
evw avavetal to yaAaktiko. MNowa e§Rynon eivat cwotn;

A. Atouoladouyv ol nrtatikol uttodoxeig TNC YAukayovng.
B. H yAukayovn avacteAeL TIANPWC TN dlaocTtacn Tou YAUKOYOVOU.
. H dwodoyAukopoutaon PeTATPETEL TN YAUKOZN arneuBeiag o€ YAAAKTIKO.
A. To atodLakAAdWTIKO EVIUHO PETATPETIEL TIC OLAKAAOWOELC atevuBeiag o€ YOAQKTLIKO.
E. Eumtodidetal o TeAKO Bripa mapaywyng eAeVBepng YAukodng katl teplocotepn G6P dloxetevetal otn
YAUKOAuUGN.







Av n vdpo&uAopada tng KataAAnAng Tupoaoivng tng YAuKoyevivng dev pmopei va dextel
yYAukadn, oo otadlo emnpcealetal aueoaq;

A. H auvtoyAukoluAiwon Katl 0 OXNUATIOPOC TOU ApXLKOU EKKLVNTH.
B. H petatpomr) yAukolng-6-P o yAukoln-1-P.
[. O oxnuatiopog UDP-yAukodncg amto UTP kat yAukodn-1-P.
A. HudpoAuaon tou PPi amrto tnv avopyavn mupodwodpataon.
E. HudpoAuon twyv decpwyv a-1,6 kata tnv amodlakAadwaon.
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