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Philippe Ernest Gaucher Konrad Sandhdff

ABpoiotika Nuocoocwuika Noonporta

AntoptliwpeEvn StdaokaAia otnv Alpatoloyia

Apyupnc¢ Z. Zupuewvidng



Aopun Kot popdoAoyia twv AucoowpaATIWV

Anatomy of the Lysosome
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Nucleus

— Lysosome containing
X - two damaged organelles
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Mitochondrion

fragment
Peroxisome
fragment
Lysosome
Lysosome contains Food vacuole Hydrolytic Lysosome fuses with Hydrolytic enzymes
active hydrolytic fuses with enzymes digest vesicle containing digest organeile
enzymes lysosome food particles damaged organelle components

lauria Digestive :
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N X \4 Digestion
T Vesicle containing

-~ damaged mitochondrion

(a) Phagocytosis: lysosome digesting food (b) Autophagy: lysosome breaking down
damaged organelle
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Makpodaya mAnpn ANENTOU UTTOCTPWLOTOC
ota 0lOPOLOTIKA AUCOCWHLKA VOO HaTOL

Kuttapo Gaucher MueAd¢ Twv ootwv acBevouc pe v.Gaucher
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Ta o ouvOn abpoloTikd AUGOGWHOTIKA VOO AT

EIAOX NOXHMATOX EAAEIIION ENZYMO QAINOTYIIOX
YOINKOAIITIAQYXEIX
GML1 yayyhooiomon B-yoraxtoodaon VELPOVIKI] MTidmon
prevvomorvcaxyapio o
GMa3 yayyhociomon GLOAO 1061 VELVPOVIKI] MTidomon
Nocog Tay-Sachs eColapvioaon A VEVPOVIKI] MTLO®OT
Nocog Sandhoff eolomviodon A kon B VEVPOVIKI] MTTIO®6N
No6cog Niemann-Pick GOLYYONVEALVAGT) VEVPOVIKN MTidmon

Nocog Krabbe

MeTayypopat. AevKodvoTpOPia,
Nocog Gaucher
Nooog Fabry

Nocog Farber

YOAOKTOKEPEPPOGLOGON
0pPLA-covAQOTAON A
YAKOKEPEPPOGLOGON
0-YOAOKTOGLO00N

o0&vn kepapdaon

000N KEVTIKN LGTIOKVTTAPMON)
AgvkodvoTpo@io
AgVKOOVOTPOPiQ,
OTOONKEVTIKT LIGTIOKVTTAPMOT)
KOPOLOVEQPPOOVGTPOPLX.
OYYELOKEPATONA SEPRATOG
0TOONKEVTIKN LOTIOKVTTAP®OT)

BAENNOIIOAYZAKXAPIAQYEIY - évlopa wov 0106T00V YAVKOLOMUIVOYAVKAVES
oOvop. Hurler, ovvop. Hunter, odvdp. SanFilippo, evvep. Morquio, evvop. Scheie

TAYKOINPQTEINQXEIY - évivpa Tov S106m00V YAVKOTPOTEIVES

I'\wkoyoviaon tomov 11
(Noocog POMPE)
Nevpoviki] Knpoong
MTOQOoVoKivmon

0-yAVKOGLOG.0M

AMGOGMUIKES TPMTEACES

GKEAETIKY] / KOPOLOKT] poomaoeia

VEVPOVIKI] MTIO®OGT




ABpoLoTIKA AUCOOWHLKA VOGHLOTA

KMvikég ekonhmoers 0mo:

MuooKeAETIKO cUOTNOL
Nevpikd cvotTnua
ALpomolnTika opyava
Kapéia

NedpoUg

Mvevpoveg

Aéppa

Avocomolntiko cuctnpa

TloTpikES €101KOTNTES

® & 6 6 6 O O 6 6 O O o o

OV EUTAEKOVTOL:
Nawdlatpki

MNaBoAoyia
Nevpoloyia
Bloxnpeia
AKTlvoAoyia
OpBomnedikn
Alpatoloyia
Kapdloloyia
Nedpoloyia
Aepuotoloyia
Pevpatoloyia
OdOaAporoyia
Wuxiatpkn



Fapyoiidot Kot BAEVVOTIOAUGOKXOLPLOWGCELC

Montal rotardation
_~Froma bossing

_~Prominent eyos,
wih hyper
teonism ang
depeossed nasa
bndge

_~ Gapped teoth,

~ gingival
hypartsophy,
thackened longue



Children’s Alzheimer’s: Niemann-Pick Type C Disease
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Noooc¢ tov Sandhoff : TayyAlooidwon
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AAAec OnoauplopwoeLg Kat otAnVopEYaAia

depeossed nasal
bndge

Gapped teoth,
girgival
hyparirophy,
thickened longue

Noooc Niemann-Pick
BAEVVOTTOAUCOKXOLPLOWOELC
Nococ Pompe

Noooc Farber

2rioviotepa AAAEC ONCAUPLOUWOELC




Noococ Gaucher - letopikr) avadpoui

1882: Avadopad tnc vooou we emtOnAiwpa
Ttou ontAnvoc aro tov Philippe Gaucher

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

1907: Nooog €€ evanoBEoswc ALMOEO WV

1934: To Autoeldec mov aBpoiletal ivor
YAUKOoOUAKepaidLlo 1 YAUKoKepEBpPOOidLo

Avayvwpion tou eAAeinovtocg eviUpou
YAuko{uAkepeBpoobaon wc B-yAukooldaon

Avayvwplon th¢ ¢aLvoTuniknig motkitAopop-
$iloc TnG vooou UE vEUPOTIOONTIKOUG KOt AN
VEUpOTAONTIKOUC UTIOTUTIOUC

FACIDLYE DE MEOXCINE UE FARIS

THESE

LE DOCTGRAT E‘\ MEDECINE

2 sombeuns W T jJasrier 188%

PriLure- Cua as-Enrst GAUCIHER

DE L'EPITHELIOMA PRIMITIF DE LA RATE
NTHITYARL OOMPATEHCE B 44 04T 5418 Lo Cm

Yoo Bguree dans s boxia
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FARIS
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Emubnuiodoyika otowxeia yia tnv vooco Gaucher

H riio ocuxvi a@polotikl AUCOGWHLKN VOOOC
MayKOouLOL KATAVOUN

2€ OPLOUEVEC XWPEC TTOAU vPNAOTEPN cuxvoTnTA

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

2uxvotnta etepoluywtwv otou¢ Ashkenazi
EBpaiouc 1: 30

KAnpovopeitatl pe QUTOCWHATLKO UTTOAELIOUEVO
Xapaktipa

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




KAwwKol tumot vooou Gaucher

Type 2

Type 3
Type 1 — —

< Neurologic manifestations

Asympiomatic T I 1 4 4 4 " T
I Hydrops

Skeletal disease

VEceral disasss H
2 neurologic Congenita
[rwbvament ICEass

Parkinsonian FrOgressive
manifestations ﬂEJrelﬂgc
degenaration
Hydrocephalus, Muoe! EE
cardiac valve :".JI" HiE
calcifications EpIEnsy

Eye moverment
deorder

» Tumog 1: Mn veupomnadntikoc (o cuxvotepo()
» Tumocg 2: Mpwipa vEupOoTAONTLKOG

» Tumog 3: OYipa vevupomadntikog (Norbottnian)




NaBoyevetikn Broxnueia tng voocou Gaucher

ANV
NS

glucosylceramide

Gaucher disease ‘ glucosylceramidase

SAP-C
A J
MV (e
MAAMA™
+—

ceramide

MetaAAaéerc ota yovidia tov eviupou Glu-Cer-
aong rov dlaoma 1o YAUKOGUA-KEpapidLo o€
YAUKOTN Kol KEPOLULOLO 1] TOU MEMTIOLOV
Stapopdpwong tnc GC-aonc Sapocin C

2UOCWPEVON TOU TPONYOUEVOU MHeTaBoOAitn -
UTtOCTPWHATOC YAUKOGUAKEpaLdiov N
YAukokepeBpooidiou

XOUNAEC EVOOKUTTAPLEC CUYKEVTIPWOELG
KEpapLdbiov

A€UTEPOYEVAC LETABOALOUOC TOU
oBpoilopevou YAUKoKepEBpooLSiov Kat
napoywyn AvcoodyyoAutidiwv




KAwikég ekbnAwoerg I.
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2ntAnvopeyalAia pEtpla — cofapn
HriatopeyaAia

KaBuotépnon cwHATIKAG avantuéng
MowiAla vEupOAOYLKWV EKONAWOEWV
AlatapaxEC Kong Kait AGyou

Alatapaxec oPOAAMLKAC KIVNTIKOTNTOLG
OTOUC TUTIOUC 2 Kat 3. ZaKKOOLKEC KLVIOELG
oPpOaApwv







MakpooKoTrikn Epdavion SLatopng omAnvoc
acOevouc pe voco Gaucher

* OL AELTOUPYLKEG TLE-
PLOXEG TOU OTIANVLKOU
napeyxvpatog (AeuKOG
Kot EpuOpac mMoAdac)
£lvall TOLPEKTOTILOUEVEG
(navpa BEAN)

* H peyaAvtepn pala
TOU OTTANVOG KATAAQLL-
Bavetatl and pakpoda-
YOl LE CUCWPEUMEVO
QLTLETTO UTIOOTPWHLAL
(Aeuka BEAn)
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KAwvikéc ekdbnAwoelg Il.

* MotkiAa ooTkA pofAnpata

* Opouponevia pETplac Baputntoc
* Avaripia pikpng Boaputntog

* Nepdadevonabdeia eviote

* MpooBoAn kapdiakwv BaABidwv kat
otedaviaiwv ayyeiwv

* Katappaking
* ALdpEoN nvevpovonadela

* MpodLdBeon yia avantuén
AepdoinepnAaoTIKWY VOOWV Kot
CUMTTAYWV OYKWV




ALMOTOAOYLKA EVpAHOTO

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

YYnAég Tipeg mpwreivwv ofeiag paocewg otov opo (CRP, a,-
nakpoodatpivn, tvwdoyovo, antoodatpivn, peppttivn KAm.)

YynAa enineda 0§ivnc pwodataong kot SACE tov opou
YYnAn TKE kot mTOAUKAWVLIKA UTLEP-Y-OPaLpLVOLpiaL
YynAa enineda avocoodaipivwv opoU, Kupiwc tne IgM

XonA£¢C TLHEG XOANOTEPOANG, TPLYAUKEPLOLWV Kat Autidiwv opoU

¢ MoAU vPnAa enineda ylrortploodacng opou



Noooc Gaucher: Oeparneia eVIUMLKAC UTTOKATACTAGCNG

AL0pOwon OAWV TWV KAWIKWV EKONAWCEWV TNG VOOOU

NDC 58468-4663-1

Zuyvotnta xopnynoneg ova 2-3 eBSouadeg

Cerezyme’
400 units
Mpocappoyn 66ong avaAoywe TOU AMOTEAEGLOTOG

Kol TNG UNTOAAELUMOTIKAC Spaonc TtnG B-YAuKkooLldaonc

H Bepaneia xopnyeitat dia Biov

KaAn avoxn otn Oepaneia ,-.,-.-,.gl
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