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Aopn kat popdoloyia twv AucoCWHOTIWY

Anatomy of the Lysosome
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ZXNUOTIKNA apAocTaocn AUGOOWHLKAC AELTOUPYLOG
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active hydrolytic fuses with enzymes digest vesicle containing digest organeile
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(a) Phagocytosis: lysosome digesting food (b) Autophagy: lysosome breaking down
damaged organelle
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Makpodaya mAnpn ANENTOU UTTOCTPWLOTOC
otTo lOPOLOTIKA AUCOCWHLKA VOO ATl

Kuttapo Gaucher




Ta o cuviOn abpoloTikd AUGOCWHOTIKA VOO AT

EIAOX NOXHMATOX EAAEIIION ENZYMO QAINOTYIIOX
YOITKOAIIIIAQXEIX
GM1 yayyhooiomon B-yoroxTtoodaon VELPOVIKI] MTid®on
prevvomorvcakyapido o
GM3 yayyhoociomon GLOAO 1061 VELPOVIKI] MTidomon
Nocog Tay-Sachs eColapvioaon A VEVPOVIKI] MTLO®OGT
Nocog Sandhoff eolomviodon A kon B VEVPOVIKI] MTTIo®6N
No6cog Niemann-Pick GOLYYOUVEALVAGT) VEVPOVIKI MTidmon

Nocog Krabbe

Metayypopat. AevKodvoTPOPia,
Nocog Gaucher
Nocog Fabry

Nocog Farber

YOAOKTOKEPEPPOGLOGON
0pPLA-covAQOTAON A
YAUKoKeEpEPPOGLOGON
0-YOAOKTOGLO0ON

0&vn kepapdaon

000N KEVTIKN LGTIOKVTTAPMO)
AgvkodvoTpo@io
AgVKOOVOTPOPiQ,
000N KEVTIKT LGTIOKVTTAP®ON
KOPOLOVEQPPOOVGTPOPLX.
OYYELOKEPATONA SEPRATOG
0TOONKEVTIKN LOTIOKVTTAP®ON

BAENNOIIOAYZAKXAPIAQYEIY - évlopa wov 0106700V YAVKOLOMLVOYAVKAVES
oOvop. Hurler, ovvop. Hunter, odvop. SanFilippo, evvop. Morquio, evvop. Scheie

TAYKOINPQTEINQXEIY - évivpa Tov S106m00V YAVKOTPOTEIVES
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ABpoLoTIKA AUGOCWHILKA VOO LoTaL

KMvikég eKONAMGELS 0mo:

MuooKeAETIKO cUOTNOL
Nevpikd cvotTnua
ALpomolnNTika opyava
Kapéia

NedpoUg

Mvevpovec

Aéppa

Avocomnountiko cuotnua

TloTpiKkES €101KOTNTES

® & 6 6 6 O O 6 6 O O o o

OV EUTAEKOVTOL:
Noawdlatpki
MaBoAoyia
NeupoAoyia
Bloxnpeia
AkKTlvoAoyia
OpBomnedikn
AlpatoAoyia
Kapdloloyia
Nedpoloyia
Aepuoatoloyia
PeupatoAoyia
OdOaAporoyia
Wuxiatpkn



lapyoiidot kKot BAEVVOTIOAUGOKXOLPLOWGCELC
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Children’s Alzheimer’s: Niemann-Pick Type C Disease
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Noooc¢ tov Sandhoff : TayyAlooidwon




AAAec OnoauplopwoeLg Kat otAnvopeyaAia

Noococ Niemann-Pick
BAEVVOTTOAUCOKXOLPLOWOELC
Noococ Pompe

Noooc Farber

2rioviotepa AAAEC ONCAUPLOUWOELC

Hypotonia
(decreased
muscle tone)

rADAM



Noococ Gaucher
lotopikn avadpoun

1882: Avadopd tng vooou we emtOnAiwpa
Tou ontAnvog aod tov Philippe Gaucher

1901-Brill: Avayvwplon tng oltkoyevoug
$Uonc tng vooou - ovopacia voooc Gaucher

1907: N6oog €€ evanoBEoswc ALMosdwv

1934: To Autoeldec mov aBpoiletal ivar
YAUKOOUAKEpaidLo 1 YAUKOKEPERPOOGLOLO

Avayvwption tou eAAeimtovtog ev{Upou
YAuko{uAkepeBpoodbaon we B-yAukoowdaon

Avayvwpion T $avoTuTiknG TTOLKIAOHOP-
$ilag Tnc vooou pe veuporadOnTtikouc Kot pin
VEUPOTTAONTIKOUC UTIOTUTTOUC

FACILTE DE MEGXCINE UE SARIS

THESE

LE DOCT(}RAT E\ MEDECINE

2 somleuns b T s ier 188%
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DE L'EPITHELIOMA PRIMITIF DE LA RATE
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Ermuénuioloyika otolxeia yia tnv vooco Gaucher

H o ocuxvi a@polotikl AUCOGWHLKN VOOOC
MaykoopLo KATAVOUN

2€ OPLOUEVEC XWPEC TTOAU uPNAOTEPN cuxvoTnTA

uxvotnta 1: 50000-60000 yeVVAOELC
2tou¢ lopanAwouc Ashkenazi 1: 850 yevvoeig
Zuxvotnta etepoluywtwy 1: 250 - 1: 500

2uxvotnta etepoluywtwv otou¢ Ashkenazi
EBpaioug 1: 30

KAnpovopeital pe QUTOCWHATLKO UTTOAELTIOUEVO
Xapaktipa

To yovidio tng GC-aong edpadetar oto 1q21-23.




KAwwKol tunmot vooou Gaucher

Type 2

Type 1 e ———

< Neurologic marifestations ——s

Asymptomatic T I 1 4 4 4 A T
I Hydraps

Skeletal disease

WEceral dissases fatglis
2 neurologic Congenita
Imvohvement icthyosis

Parkinsonian FTOErEsse
rmanifestations _I’IE Jr-:lﬂgj_c
degenaration
Hydrocephalus, M EE
cardiac vahe ','.?l..luruc.
- = ]
calcifications Eplepsy

Eye movement
deorder

» Tumog 1: Mn veuponadntikoc (o cuxvotepo()
» Tumocg 2: Mpwipa veEupomadONTLKOC

» Tumog 3: OYpa vevupomadntikog (Norbottnian)




KAwikég ekbnAwoercg I.

* %

* Ot

2nAnvopeyaAia pEtpla — coapn
HniatopeyoaAia

KaBuotépnon cwHATIKAG
ovamTuéng

MowtAia veupoAoyilKkwv
eKONAWOEWV

AlatapaxEC Kong Kait AGyou

Awatapaxec opOaAMLIKAC KLvNTL-
KOTNTOC OTOUC TUTTOUG 2 Kot 3.
2 OKKAOLKEC Kvrioelc opOaApwyv




Makpookormikn Epdavion SLatopng oANVOC
aicBevouc pe vooo Gaucher

* OL AELTOUPYLKEG TtLE-
PLOXEG TOU OTIANVLIKOU
nopeyxupatog (Aeukog
Kol EpuBpoc¢ mMoAdoc)
glvall TOPEKTOTILOUEVEC
(navpa BEAN)

* H peyaAUtepn pala
TOU OTTANVOG KATAAOLL-
Bavetatl ano poakpoda-
YOl LLE CUCWPEVHEVO
QLTLETTO UTTOCTPWHLOL
(Aeuka BEAn)

10)



KAwvikéc ekdbnAwoelg Il.

* MolkiAa ootka mpoBAnpata

* Opopupornevia HETPLOC
Baputntog

* Avaiuia pkpng poputntog

* Nepdpadevonadela eviote

* MpooBoAn kapdlakwv
BaABidwv kat otepaviaiwv
olyYELWV

* Katappaktng

* ALGMEON MVEVHOVOTTAOELQ

* MpodLaBeon ywa avantuén
AepdoinepnAaoTikwyY VO-
OWV KOlL CUUTTOLYWV OYKWV




ALHOTOAOYLKA EVpAMOTO

Avaripia pkpng Baputntog cuvnOwc opOoxpwmn
OpoppBornevia perpla — cofapn (AMM 30-80000/mm?3)

YPnA€g Tipeg mpwreivwv ofeiag paocewg otov opo (CRP, a,-
nakpoodatpivn, vwdoyovo, antoocdatipivn, peppitivn KAm.)

YynAa enineda 0§ivnc pwodatacng kot SACE tov opou
YYnAn TKE kot moAUKAWVLIKA UTLEP-Y-OPaLpLVOLpio
YynAa enineda avocoodatpivwv opou, Kupiwe tng IgM

XonA£C TIHEG XOANOTEPOANC, TPLYAUKEPLOLWV Kat Atidiwv
opov

¢ MoAU vPnAa enineda ytrorploodacng opou




Noooc Gaucher: Oeparneia evV{UMIKAC UMTOKATACTAONG

AL0pOwon OAWV TWV KAWLIKWV EKONAWCEWV
NC vooou

Zuxvotnta xopnynoneg ova 2-3 eBSouadeg
Aoon 30-60 IU/Kg

Mpooapuoyn 60on¢ avaAoywc Tou
OLTLOTEAECHOTOC KOl TNG UTTOAAELMHOTIKAC
dpaong tng B-yAukoodaong

H Bepaneia xopnyeitow dia Biov @
Elelyso™ E

’ 7 ’ | gélfgl‘uceir(’a:e alfa)
KaAn avoxn otn Oeparmneia : * 2

NDC 53468-4663-1
..a = - Jy =
SRy
NOC 5846846631 .
Cerezyme’
-
jJlucerast ecton

Cerezyme’

imiglucerase for injection

400 units

For intravenous infusion only
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