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ENIZTHMONIKH OMAAA EPTAZIAZ AIMATOAOTIAZ n

ENNIXTHMONIKH OMAAA EPTAXIAX

1.TPOYZH EAIZABET (Zvvtoviotpla), AlpuatoAdyos, Zuvvtoviotpla Aevbovtpla
E.Z.Y.N.Y. Awwodooiag I''A.O.N.A. «O AT1IOZ ZABBAZ».

2.BAXIAAKOIIOYAOX OEOAQPOYX, AwoatoAdoyog, Kabnyntig Awpatodoyiog
E.K.ILA., Aqpatoroyucti KAwvikr) T.N.A. «AATKO».

3.BOYATAPEAHX MIXAHA, Kabnyntg Maboroywkng Puoloroylag-Alpatoroyiag
E.KILA, I.N.A. «<xAAIKO».

4. AHMOY MAPIA, Awpatoroyog, Akadnuaikos Ymotpogogs, Awpatoroyikny KAwvikn
I.N.A. «<AAIKO».

5. KATXAPOY OATA, AievbOvtpua EXY, IMabBoAdyos- latpelo Awodotaong, TI.N.A.
«AAIKO».

6. KATTAMHX ANTQNIOZX, INawiatpog, Kabnynmg Madatpikig Alpatoroyiag -
Oykoloyiag (KE®), A’ IMMadiatpikn KAwikn Mavemotnuiov ABnvwv I'.N. Maidwv «H
ATTA 20PI1A».

7. KOYPAKAH AAEEANAPA, AwatoAoyog, AlevBivtpla E.X.Y., AlpatoAoyikd Tunua
[MaBoAoyiknc KAwvikng ILI.N. Matpwv «[TANAT'IA H BOHOEIA», YrtievOuvn Movadag
Meooyelakng Avalpiog Kot AlLoo@alpvoTadelwy.

8. KQXTEAIAOY OEOAQPA, Awvbivtpia Movadag Awodoociag, KAwikng
Awatoroyiag, [INéEng-Awpodotaong, Qvaoelo Kapdioxepovpywko Kevrpo (Q.K.K.).
9.MITIAATAAAKHX IQANNHE, AwatoAdyog, AtevBuvtnig
Awatoroywng/Asppwpdtwv  KAvikig  kat  Movadag M.M.O. T.N.A.  «O
EYATTEAIZEMOZ».

10.MAT'QNH MAPIA, AwyatoAdyog, AtevBovipla  AATOAOYIKNG-AELPWUATWV
KAwikng kat Movadag M.M.O. I'N.A. «O EYATTEAIZEMOZX».

11.MANATIQTIAHY TANATIQTHEX, KoaBnyntig Awatoroyiag, E.KILA. T.N.A.
«AAIKO».

12.IIAATA EAENH, AwatoAdyog, AwvBovipix  EXY., T.NA. «AAIKO».
13.XAKEAAAPH IQANNA, AwoatoAoyog, AtevBuvtplix AwatoAoykn KAwwkn -
Movada M.M.O. I'.N.0. «I".ITAITANIKOAAOY ».

14.ZNYPIAQNIAHE AAEEZEANAPOYX, AwatoAoyog, Kabnynmg AwatoAdoyiag,
[Tavemiotnuiov Matpwv.

15.TEPIIOX EYAITEAOX, AwoatoAdyog, KaBnyntig AwuatoAoyiag, OepameuTiki
KAwwn E.K.ILA. T.N.A. kAAEEANAPA».

16.TXIPITQTHEX MMANATIQTHX, AwatoAdyos, Avaminpwtis Kabnyntig
Awatoroyiag latpwng ZyxoAng E.KILA., B’ Ipomaidevtiky IMabBodoywkn KAwiky,
I1.T.N. «KATTIKON».

17.0HPAIOX EAEYOEPIOX, I'evikdg/Owoyevelakog latpog, Atevbuvng E.Z.Y., K.Y.
Bapng, Ipoiotauevog I'evikng AevBuvong OAIITY A.E, Tevikdg Ipappatéag tng
latpuwn g Etaipeiag ABnvov.

18.MHTPOY IIANATIQTA, EwWSwkog IlaBoAdyos - AwxfntoArdyos, ASaktwp
[avemotnuiov ABnvwv, Ilpoictapévn Avtotelols Tunqpatog OgpaATEVTIKWV
[MpwTtok6A WV kat MnTpwwv AcBevwy Tov Yovpyeiov Yyelag.
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ENIXTHMONIKOI XYNEPTATEX I'lA TH XYITPA®H TOY INAPONTOX OEPANIEYTIKOY
INPQTOKOAAQY

Tupewvidng Apyvpng, Oudtipog Kabnynmig Awatoroyiag Mavemiotnuiov Matpmv

IT'PAMMATEIAKH YIIOXTHPIZEH

Toanapikov Auntpa, TE Emokentpiiv Yyeiag, Avtotedés Tuiua OepameuTikov
[TpwTokOA WV Kal MnTpwwv AcBevwv.
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MEOOAOAOTIA ANAIITYZHX ITPQTOKOAAQN

MNPOTYNO AATOPIOMOY AIATNQZHZ
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Apxwn Emtiokedn Emavektipnon
-Aayvwon Mopdpetpol EKBAONG yLA TNV EMOVEKTIUNGCN
Alayvwon cupdwva pe
A) KAwika kperpla

B) MapakAWIKEG EEETATELG

la exri MPOTEWVOUEVO TTOGOTIKOTIOLNUEVO EPYAAELD yLa TRV
*Anotipnon tng ékBaong
*Avtanokplon otn aywyn

Stado Nooou |

\Z
] ] *Mota KAwika dedopéva anarrovvran (Seikteg)
Evbelkvuopevn OappakeuTikn *Mota rtapakAwikd Sedopéva anattodvrat (Seikteg)
Aywyn ( ATC4 n ATC5S) V

XpOVIKO ALGOTNO TIOU TIPETIEL

~ 4

va pecoAaBet yla tnv MPOTEIVOUEVEC EKSOXEG YLA TNV CUVEXLON TNG
gmavektiunon / BOEPATIEVTIKAG OVTLLETWTILONG HE BAon Ta
enava&lohoynon Sebopéva £kBaong avtamokpLlong

TXETIKA HE TNV QVATITUEN TWV BEPATEVTIKOV AUATOAOYIK®OV TPWTOKOAAWY €xel An@Oel
uToym

1 KATNYOPLOTIONoN TwV BEPATEVTIKWVY GXNUATWY 1) BEPATIEVTIKWY GUVSVACUWY OE
veoSlayvwoBév voonua/vedmAao o

1 KOTNYopLoToinon Twv BEPATEVTIKWY OXNUATWY 1] BEPATIEVTIK®WYV GUVSUACTUWY OE
VTOTPOTILALOV 1) AVOEKTIKO VOO /VEOTIANC LK

pe Baon apyka kplmipla (eykekpluéves evieielg, amodeSelypévn amOTEAECUATIKOTNTA,
amolnuiwon @APHAKEVTIKOU KOOTOUG) KAl HE QAVU@POPA O€ S0OCOAOYIKA OXNHATA,
BepaTEVTIKOUG KUKAOUG, Stdpkela Bepamelog Kol EMAVAANTITIKOTNTAH KUKAWY, UE GUVOSA
KpLTpla évtadng/amokAelopov/amotuyxiag aywyng.
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El8ikdTepa, oV KATNYOPLOTIONOoT TwV BEPATEVTIKWOV GYXNUATWY, CUVEKTIUNONKAY 01N
Slapop@won Toug:

o DgpameVTIKG oYNUATH TOUL €xouv TNON EYKPLON OGNV AVOEQEPOUEVN YPAUUT
Bepatmelag, TEKUNPLWUEVO CNUAVTIKO KAWVIKO O@QEAOG £VAVTL AAAWVY OEPATIEVTIKWV
OYMUATWY, TEPLYPa@ovTaL 0TIS SleBvels 0dnyleg pe onpavtiko Babuo tekunplwong
KOl KOTA CUVETIELX ATTONULWVOVTOL ATTO TOV AOQUALCTIKO (POPER

e  DegpamMEVTIKA oYNUATA TOU €Youv TMON EYKPLON OTNV OVAPEPOUEVT] YPAUUT
Bepamelag, TEKUNPLWHUEVO OTHAVTIKO KAWVIKO O@QEAOG EVAVTL AAAWVY BEPATIEVTIKWV
OYNMUATWV OTIWG KATASEIKVVETAL AT TIOAVKEVTPLKEG LEAETES 8laitepns BapvtnTag
oAAQ TOU YpellovTal PEYAAUTEPO SLACTNUA TIapakoAovBnong Y va emdei§ouv
TAEOVEKTNUX OULVOALKNG emiBlwong Teplypagovtal otig Olebvels odnyieg ue
oNUaVTIKO Pabud Tekunpiwone kal KOTA CULVETEIX ATOINULOVOVTHL ATO TOV
Ao@AAMOTIKO @opéa (o€ avapovh NG emava&loAdynong NG GUVOAIKNG aglag Twv
oYLy Sedopévwy Toug)

o OgpamevTiKG oxNuUaTa Tov Exouv NON EYKPLON OGNV OVAQEPOUEVN YPAUUT
Bepamelag, aAAd eite WEEAOVY OUYKEKPLUEVEG OMGdeG aoBevwv, elte £xouv
TEPLOPLOUEVO OPEAOG/ 1] KL OTUAVTIKY TOEKOTNTA EVAVTL AAAWV EYKEKPLUEVWV
DEPATIEVTIKWV GXNUATWY TIOV ETT{ONG ATTONULOVOVTAL Kol TIoV oTLS Stebveic odnyieg
EVOEXOUEVWG TIEPLYPAPOVTOL LE ALYOTEPO OTUAVTIKO BaBud tekunpiwong.
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OEPANEYTIKO NPQTOKOAAO lNA TH AIATNQZTIKH
MPOZNEAAZH, KAINIKH MAPAKOAOYOHZzZH KAl OEPANEIA TH2
NOzOY GAUCHER

ICD-10: E75.2

1.EIZATI'QI'H-KAINIKH EIKONA THX NOXOY

H vooog Gaucher (GD) eivat n ouyvdtepn AOporotiki) Aveoowpikny Nocog (LSD),
TPOKOAEITAL  amd  AELTOUPYIKN)  OVEMAPKEWD  TOU  AVCOOWUATIKOU  eviUUOU
yYAvkokepeBpooiddaon (GBA) kat 08nyel omv cvocowpevon yAvkokepeBpooidiov (GC) ota
HoKpo@aya Tou SiktvoevdobnAtakol cuotuatos (kottapa Gaucher). O MAnBuopdSG TWV
HOKPO@AYWV VTIEPTIAACCETAL € GUVETIELXL OPYAVOVOUEYaAla, StBnon pueAol Twv 00TWV
KOL apyOTEPA Kol GAAWV 0pY&VWwV EKTOG TOU AEX.

KAnpovopeital pe auToOGWUATIKO VTTOAELTIOUEVO XOPAKTIPA KOl ERPAVIETAL PE CUXVOTNTA
1 véa mepimtwon ava 50000-70000 yevvioelg, TOU QVTIOTOXEL O oUYVOTNTA
etepoluywtwv 1:250 - 1:500 mepimov. YmapyeL ca@ng oxeon Tov €i8oug Twv PETAAAGEEWY
Tou yovidiov ™G GBA kal TNG UTOAEWUATIKNG SpACTIKOTNTAG TOU €VIVMOU, T OOl
aVTIKATOTTPIleL Kal TNV kAWK Bapdtnta TG vooov, Kol 600 Alydtepo emmnpedleTal 1
€VILILIKT] SPACTIKOTNTA, TOGOV EAAPPOTEPOS E(VAL O KAVIKOG (PALVOTUTIOE KXL ATTOVGLALEL 1)
mpooBoAn; tou KNZX. ‘Exouv meptypaget mepimov 300 Sta@opeTikés HETAAAGEELSG, aTO TIG
omoleg apketég Sev avayvwpifovtal evkoia. H mo ocuyvn eivat 1 N370S oe opoluywTtia 1
SumAn etepoluywTia, pe dyvwatn v HETAAAaEN Tou SevTtepov aAAnAiov. H mapovaoia g,
akopa Kat o€ €va aAAnAlo, Stao@aAilel TN Statrpnon kamolag evIUUIKNAG SpacTIKOTNTOG,
KOL 0 KALVIKOG (avOTUTIOG ival nToTtePog. Madi pe TV avTiSpaoTIKA auEnIevn HETAYPa®N
™¢ GBA kat dAAa évlupa (65vn @wao@ataon, xitotplooidaon, SACE) veppuetaypdovtal,
AVTIKATOTITPI{OVTAG TO OGOV TOU cUGCWPEVHEVOL GC, Kal amoteAov Eupeco Seiktn Tov
(POPTIOV NG VOOOU KAL TNG ATOTEAECUATIKOTNTAS TNG BepaTeiag.

H vboog pumopei va eppaviotel o kaBe nAtkia Kot ToepovotdleTal pe TPElG KAVIKOUG TUTIOUG,
TOV XPOVIO pUn vevpomabntikd (tumo-1) twv evnAikwv, Tov Bpe@ikd 0&0 veupoTadNTIKO
(tOmo-2), kat tov €@NPKO LTOLY, vevpoTaBNTIKO (TUTO-3), HE SLXPOPETIKO TPOPIA
KALVIKWOV EKONADCEWV.

O tomog 1 <eivat 0 OUXVOTEPOG KAl XAPOKTNPL(ETAL QMO  KUTTAPOTEVIES,
NMATOOTANVOUEYQALX Kol 00TIKN) vOoo. O omAnvag umopel va peyoadwoel €wg 20 @opEg,
TPOKOAWVTAG UNXAVIKA CUUTITOUATO KoL OCTANVIKA Epgpakta. H BapOdmta ¢ 0oTiKNg
vooou TolkiAel amd TeAelws amovoa, €wg cofapr, UE EVTOVA OOTIKA GAyn-kploels,
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O0OTEOVEKPWOELS KAL OUTOHATA KATAypata. O KuTtapoTevies o@ellovtal Kuplwg oTov
UTIEPOTANVIONO, QAAG o€ HikpOTepo PBabud kat otn SmBnomn tou pueAoy amd KOTTOPA
Gaucher. Awoppayikeés ekdnAwoelg pmopel va  mpokaiovvtat omd  OpouPomevia,
AELTOVUPYIKEG SLATAPAXEG TWV QALUOTETOAlWY, €lTE A0 AVEMAPKEIX TAPAYOVTWY TMENG.
EmumAgov ep@avidovrat oOvSpopo xpoviag @Asypovwdous avtidpaong, pe aduvvaplia,
KaTafoAn, avTtidpacTiky Aep@adevomddela, omaving kayetia, pe EAGTTWON AEUKWUATIVIG,
avinomn TPOPAEYUOVWE®MV TIPWTEIVOV Kol KUTTAPOKLV®WV GTOV 0p0, Kol TpodidBeon yla
ekbnAwon vooou Parkinson. MovokAWVIKEG TAPATIPWTEIVEG avaSEIKVOOVTAL CUXVA, KoL
umopet va e€eAyBolv o€ evepy£EG TAXCHATOKUTTAPIKEG Suokpaaies. Exel emiong avapepbel
AUENUEVOG KIVEUVOG ELPAVIOTG AUTOAVOC®Y KL VEOTTAACUATIKWV VOOWV, UE Kuplapxn TNV
ep@avion B-Aeppoimepmiaciwv, 0Twg B-OAA, B-XAA, Aéppwpa Hodgkin, Sitd@opot tOmot
N.H.Agppwpdtwv, aAAd kupiws MGUS kat ToAAaTA0) HUEADMUATOG.

[Tepimov 6% Twv acbevwv €xouv VeELPOTAONTIKY cuuTtwlatoAoyia, 5% Adyw TOTOUL-3
vooou kat 1% Adyw ofelag TOMOUL-2. O TUTOG-2 €ival KeEPaUVOPBOAOG VEUPOEKPUALOTIKN
vdoog, Bavatneodpog katd ™ Ppeekny nAwkia. Ymapyelr kot €vag axkoua BaplTepPOG,
VEOYVIKOG UTTOTUTIOC, TTIOU EKSNAWVETAL UE EUPPUIKO VEpwWTIX Kol cuyyevT BV aoM.

Ot aoBeveig pe vooo TOTOL-3 PTopEl va EKSNAWMCOUV TIPWIIA CUCTNHATIKEG SLATAPAXES KAl
N VEUPOAOYLIKY] ovupetoxn va ekbniwbOel apyotepa pe atalia, oplldévtio otpaflopo,
omacpoVs 1N dvola, OAAQ pmopel va €youv €AAXLOTN VELPOAOYIKY) TPOGPOAY, TOU
meplopiletal o SlatapayEg ™G Kiviong Twv o@BaAn®Y.

2.APXIKH KAI BAXIKH AIATNQXETIKH ITPOXIIEAAXH TQON AXOENQN

MANPNG AHATOAOYIKOG £AEYXOC |E  QUUATOAOYIKEG TOPAUETPOVS, HOPPOAOYin
emyplopatog meppepkov aipatog, AEK, TKE, éwg ava eBdoudda otn @aon Siepedivnong
™G vOoou, avd puniva atnyv mepiodo otabepomoinong tov amotedéopatos g Bepameiag
Kal €W ava 3-unvo o€ aoBeveis pe puBULoUEVT VOGO LTIO TAKTIKN TTHpakoAoVOnon.

MAnpng Boynuikdg £Aeyxog (oupia, kpeatwvivy, ovpkd, KdGAo, vatplo, acPéoTtio,
PWoEopkd, payvnotlo, AST/SGOT, ALT/SGPT, ALP, y-GT, oAiki] kot Gueon xoAepuBpivn,
LDH, CPK, apuAdon, oAwd Asvkwpata, Asvkwpativn, CRP, oidnpog, TIBC, @epprrivy,
xoAnoteplvn,  TpyAukepidia, oAwka  Awmidia, HDL- kot LDL-yoAnotepivn)
TEPAAUPAVOUEVWV TWV ESIKWOV SEIKTWV SpactnpldTnTag TG vooou (0Awkn 6&vn
PWOEATACT, OVOEKTIKI] OTO TPUYIKO OAKOALK] Q@WO@ATAOT, HETATPETTIKO €VvIUHO
ayyelotevoivng — SACE) pla @opd tov unva otnyv apxtkn Stepevvnon Tov acBevoug, ava 3-
unvo TNV @d&on afloAdynong tng AmoTEAECUATIKOTNTAG TNG Bepameiag 1 TpomoTOMoNS
NG, KAl avd 6-Unvo o€ BepATIEVTIKA PUOULGUEVOUS KOBEVEIS.

Mapapetpol mMKTIKOTNTAG: XpOvog mpobpoppivng, kot pepknc OpoppomiacTtivng,
emimeda wvwdoyovou kat D-Siuepwv otnv apxikn Stayvwon, ava 3-pnvo ot @daomn ava 3-
Unvo TNV @d&on afloAdynong tng aAmoTEAECUATIKOTNTAG TNG Bepameiag 1 TpomoToNoNS
™G, Kol avd 6-unvo oe Bepamevtikd pubuiopévoug acBevels. EEelSikevpévog €Aeyyog
AELTOVPYIKOTITAG TWV ALUOTETOAIWVY 1) OpopBo@AikdG EAeYX0G LOVOV ETIL CUYKEKPLUEVWV
evleitewv.
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Agixteg @Agypovi|g Kat avooiag: Amtoo@atpivn, B2-pikpoo@atpivn, niektpo@dpnon
AEUKWHATWY 0pov, emimeda avocoalpvwyv IgG, IgA kat IgM otnv apykn Sidyvwon kat
avd 6-12 unqveg otnv @daon xpdviag mapakoAovbnong twv acbevwv. Emi gugdaviong
TAB0AOYIKWV  EVPNHATWY  HOVOKAWVIKNG TINPATPWTEIVIG Ol TAPATAVW EEETACELS
SUVAVTAL VA TIPAY LA TOTIOLOVVTAL £WG AVA 3-UNVO, LE ETILTTAEOV TIPOGSLOPLOUO TWV K- KAL A-
ela@pwv aAvcibwv otov opd KAl Ta oVpa 24-®POU Kol OAKOU AEUKWUATOS LE
NAEKTPOPOPNOT AEUKWUATWY 0UPWV £WG ETIOTG aAvA 3-Unvo.

IoAoywkdg £deyyoc TANPNG oav Baockd ag@emmplakd TPo@id tou acBevols, Tov va
TEPAAPPAVEL aVTIYOVA KAl avTIowpaTa yla Toug ovg HBV, HCV, HAV, CMV, EBV, HSV, HIV
KL Ao KAt TepimTtwon evetkvudopevo (Tadid, eykvoug, po UoAlacpwy) screening
(TAapd, epvbpd, VZV, parvo-B19, to&omiacpa «kAm). Emavektiunon poévov emi
OUYKEKPLUEVWY eVOeiEewV, kKaTd TNV Kpion Tov BepamovTod.

'EAEYX0¢ Tapovoiag 1 avamTuéng auTtoavTiowpdtwy: EAeyxos ywa mapovoia
opyavoelSikwv  (avtiBupeoelikwy, avtiepuBpokuttapikwv-aueon Coombs, avti-
TOLYWUATIKOV TOU GTOUAXOV KAT) Kol [U1) OPYAVOELSIKGWV avTIowUATwV (ANA, avti-DNA,
avti-ENA, ASMA, AMA C-ANCA kAT) @’ amag otnv apxIKr eKTipnon Tov aocBevovg Kat el
evlel€ewv N emtl VTTapPEng 1161 eyKkaTEGTNUEVNG auTOAVOG(aG OV 12-24 U VEG KATOTILY.

ATIELKOVIOTIKOG £AEYX0G OTIAGYXV®WV: YTIEPNXOYPA@ENUA HTTATOG KAl oTIANVOGS 1) aoVIKT
Topoypa@ia dvw Koo pe TPpoadlopLlapd TOU GYKOU TwV 0pYAV®Y, GTNV APXLKY EKTIUNON
kaBe aocBevolc, pe SuUVATOTNTA TPWTNG ETAVEKTIUNGONG 6 PUNVEG UETA OO TNV TPWTN
évapén Bepameiag Kot akoAoVBwg ava 12-24 pPnveg 0€ TAKTIKA TAPOKOAOLOOUUEVO
acBev). Afovikn] Topoypagia Bwpakog, kat 0AOKANPNS TNG Kolag el uvTTApEews vToYiag
QVATITUEN G AEUPOVTIEPTIAACTIKIG 1) AAANG VEOTIAXGUATIKIG VOGOU.

ATIELKOVLOTIKOG £AEYX0G OGTIKNG VOGOU: TUUBATIKOG aKTIVOAOYIKOG EAEYXOG LAKPDV
KOl TAQTEWV 00TWV OTNV APXLKN EKTIUNOM Tou aeBevols kKot akoAoVBwG et evieifewv
00TIKNG TPOOROANG oUU@WVA PE TNV Kpiomn Tou Bgpamovrtog aTpov. MayvnTikn
Topoypa@ia 6TOVSUAIKNG GTNANG KL AEKAVNG-UNPLXiwY oav a@eTNPLakos EAeyxog el
0AwV TV aobeviv Kat akoAoVBwG avd 12-36 pnveg, availoya pe TNV €VEPYOTNTA TNG
vOoou Kol TNV e@oappolouevn Bepameia. ‘EAeyxoG 00TIKNG TUKVOTNTOG GTNV OPXLKN
EKTIUMON Tou aoBevovg kol akoAoUBwG ava 24 pnveg TmePImov CUUEWVA KoL HE TIG
KAWVIKEG eVOelEeLs kKal TNV kplom Tov Bepdmovtog latpov.

Napakévtnon pvedov kat octeopveAkn Progia: Mmopel va yivetar pdévo ot
€CELSIKEVPEVA ALUATOAOYIKA KEVTPA KL KALVIKEG, AV KL SEV CUVIOTATAL OAV SLAYVWOTIKOG
XEWPLouds s vooou Gaucher. Mmopel va yivel emi vtodiag Sidyvwong GAANG vooou kal va
BéoeL oxyupdTatn vmoYia ywx ™ vooo Gaucher. Aev cuvioTdTtol cav €EAEyX0G TNG VOOOU
Gaucher, Toapa HOVOV oV QUTH ETILTAAKEL LE KATIOLX QLULATOAOYIKTY VEOTIAXG I (TTOAAXTTAOVV
HUEAW U, AEPP WA, AEUX AL KATT).

E€e18ikevpnévog eviupkog kot yoviSlakog £Aeyxog: O édeyxog autodg meplapBavel
TOCOTIKN] METPMNON TNG OpacTIKOTNTAS NG B-YAUKOOISAONG 0 AEUPOUOVOKVTTAPA
TEPLPEPLKOV A{HATOG KAL YOVOTUTINGT TNG XPWHOCWUIKNG TtepLloxns 121 dmov eSpaletal
To yovidio GBA, yix v avaljmon YEVWUK®OV EAAELUUATWY 1] ONUELNKWOV HETAAAGEEWY,
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LE XPMNOLMOTOMON OUYKEKPEVWY  aviyveutwv Tou DNA. O  €Aeyxog autog
TPAYUATOTOLEITAL AT OTNV  AEETNPLOKT  EKTUMON Tou aocBevolg, pOvVo o€
TOTOTIOMUEVA EpyaoTPLX eVIUHOAOYIOG KAl LETABOALOUOV, UE ATTOSESELYUEVT) EUTIELPiOL
OTO QVTIKEIPEVO KAl §eV EMAVOAAUPBAVETAL ETIL CAPDV KAL SLUYVWOTIKOV ATIOTEAEGUATWV.

Métpnon Seiktwv evepyoTnTog TG VvOoou: EmineSa  xitotplootSdong,
Avooo@ykooivng, CCL-18/ PARC N kat GAAWV HOVOKUTTOPIK®OV TPOIOVIWV Kal
KUTTAPOKIVWV. O £EAeYX0G QUTOG TIPAYUATOTIOLEITAL LOVOV ETI SLAYVWOUEVWV AGOEVWOV Qv
3-12 unves (ouvnBéotepa avd 6-unvo) Kol GUVIGTATOL va YiveTtal uoévo oe e€elbikevpéva /
TOTOTIONUEVA EPYAOTNPLX. AEV TIPAYUATOTIOLEITAL VIOt SLAYVWOTIKOVUG GKOTIOUG ETIL [N
Slayvwouévwy acBevmv.

TakTikl] KAWVIKT) VEVPOAOYIKT) EKTIUNGT ETHL ATOVGING CUUTITWHATWY avd 1-2 xpovia
Kat Ml VTTAPENG OXETIKNG CUUTITWHUATOAOY OGS OUXVOTEPQ, avAAOYX [E TNV €vEel€n. Mmopel
VO OUUTIANPWVETOL WUE TOV KOTA TEPIMTWOTN EVSEIKVUOUEVO TOPAKAWVIKG EAEYXO
(nAekTpoeyke@aAoypa@nuQ, MRI EYKEQGAOV, TPOKANTA SuVaIKG,
NAEKTPOVEVPOYPAPT LA KATL).

'EAEYX0G TIVEVHOVIKTG AeLTovpylag: KAk TVELUOVOAOYIKY EKTIUNON, OTILPOUETPTON
Stdyuom, aépla apTnPLIKOV KIPATOG KAl AOLTIOG €EelSIKEVUEVOG EAeyX0G €Tl LUTIAPEEWS
KAWIK®OV oMUElwV TIPOGBOANG TIVELUOV®WY KaL OXL OTA TAXIOLO TAKTIKOU EAEYXOU

3.0EPANIEYTIKH ANTIMETQIIIZXH THX NOXOY GAUCHER

e kaGBe aobevr) Oa Tpemel va TiOevtal ouykekpluévol OepamevTIKOl GTOXOL, UE TNV
UL00£TN oM KATEVOLVTIPLWVY 0BT LWV.

H owot Saxelplon g vooov meplapfdavel Ty aval)tnon kKol GAAWV OLKOYEVELXK®DV
HEAWV, SUVNTIKA THOYXOVTWY, KABWG Kal TNV TApPoxN YEVETIKNG OUUPBOVANG Kol
TPOYEVVITIKNG SLdyvwons. Adyw TNnG omavioTNTag TNG VOGOU KL TWV EEELSIKEVUEVWY
YVWOEWV TIOVU ATALTOVVTAL YIX TOV XELPLOUO TNG, O TTIOAAEG XWPES £XOVV avaTTuXOel el8ikd
KEVTPA TTAPakoAoVON oG (KEVTPA ava@opag).

SUUTITWUATIKY / VTTOOTNPLKTIKY aywyn, Tou Ntav 1 povadikn Bepameia peyxpt to 1990,
eVOEIKVUTAL TIAVTOTE Kol TEPAAUPBAVEL TNV QVTIUETWTILON TNG OVALUING, TWV OCTIKWY
AAY WV, TWV OKEAETIKWV AVWUOAL®V KoL TNG OTIANVOUEYaALQs.

ITANVEKTOUN TIPETEL Vo amo@EVYETAL YlaTl aviavel Tov kivbuvo Aoluwiewv, donmtng
VEKPWONG UNPLAWY KEGAAW®Y, TIVEUHOVIKNG UTEPTAOTG KOl OOTIKWV ETUTAOK®OV. L1JUEP
EQAPUOlETAL MOVO OFf TEPITITWOELS EKCECT|UACHUEVG OTIANVOUEYOAIQG WHE TIECTIKA
@AVOUEVA KL CUUTITWUATA UTIEPOTIANVIOHOV, OTIOVIOTATA ETTL U1 KAANG AVTATIOKPLOTG 0N
Bepamela evILUUIKNAG VTIOKATAOTAONG, €Tl pNENG TOL OTANVOG Kol oe vmoyia VTapéng
AELPEOUATOG.

Ye coBapés 00TIKEG KploELg, OTIOU Ta oLV BN TAVGITOVA AVETAPKOVV, 1| VOGOKOUELXKT
mepBaAYm elval amapaitn Yl TNV eVUSATWON KAL TN XOP1YNON LEOVWV XVOUAYNTIKWV.
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ETl apvnTIKOV QUUOKAAALEPYELWY CUVICTATOL GUVTNPNTIKN QVTIHETWOTILON, OAAA AOYW
VAoV KvdUvou BakTnplakns ooTeopLEATIOAS, 6Tav 1) vToYia Yo Aoluwén elvat peydin,
TpEMeL M TTpooBePAnuévn TTepLox va vTtoKeLrtat o€ BloPia kat KaAALEPYELQ.

Zuvn0eig 1 VIMAEG 8O0ELG KOPTIKOEWBWV avaKOUPI{OUV TIG OO TIKEG KPIOELG KL 1) TTOLOTNT
(NG PEATWOVETUL ONUAVTIKA UE TNV KATOAANAN opBomedSikny mapéufacn (mX. OAKN
apBpoTAacTIKY TOV LoX{oL 1) TOV YOVATOG).

H xpnon Swpwo@ovikwv cupfdriel otn BEATIWOT TNG 0GTIKNG VOOOU KoL £XouV avagepBel
IKOVOTIOMTIKA XTIOTEAEGUATA [LE XP1|OT] TIAULSPOVATNG, GTNV AvaAKOU@LOT ATIO TOV TIOVO, TV
avEnomn NG 0GTIKNG TTUKVOTNTAG KL TNV UEIWOT TNG GUXVOTNTAS TWV KATHYUATWV.

['la amo@uyn AlLoppaAYIKWY EKONAMCEWY oL acBeveis TPETeL va EAEYYOVTAL Yot SLATOPO)ES
™G ™ENG, 8IwE TPV ATIO XEPOUPYIKES, 0SOVTIATPIKESG KAL YUVALKOAOYIKEG ETTEUPATELS.

Tédog kabws 1 vooog elvat xpovia Kol KAnpovoulky Oa Tpémel va vmdapyel Siktvo
YPuxoAoyIKNG Kal KOWwVIKNAS vTtooTpEns (PuxoAdyos, cvAAOYoL UTTIOGTNHPLENG acBEVWY,
K.0.)

AVo elval oL kUpleg OepamevTikéG Tpooeyyicels otnv GD: n Oepameia  evluuiknig
vmokataotaong (ERT) kaitn Bgpamela eAdTTwong oxnuatiopov vrootpwuatos (SRT).

To 1991 éywe Suvati n IV xoprynon touv eAdeimovrtog evlvpouv cav aAyAovcepdon,
TAQKOUVTIOKOU TPOIOVTOG SpacTIKOU OTA HOKPO@PAYX, UE ONUAVTIKA OTTOTEAECUATA.
Apyotepa to €vlupo TApaokeVdoBnke PBLOTEXVOAOYIKA O€ AVAOUVSUAGUEVT] LOPET GOV
LLLYAOUOEPAOT) OKEVACUATOG LoOSUVALOU TOU (PUOLKOU €vCUUOU, TIOU €yKpiBnke amd tov
FDA 1o 1994 kat tov EMA to 1997. H yuyAovoepaon xopnyovuevn kabe 2 eBSopnades o€
86om 30-60 U/Kg PeELWVEL TNV 0PYAVOUEYOALX KAL TOUG 00TIKOUG TTOVOUG KAl BEATLWVEL TIG
OLULATOAOYLIKEG TAPAUETPOVG, TNV OCTIKN TUKVOTNTA KAl TNV ToldTa (WG ZTo ToldLd
ATOKABIOTA TN CWHATIKY avaTTudn Kat Slopbwvel v ooteomOpwor). Agv SlopOBwvel Tig
VEUPOAOYIKEG EKENAWOELG 0TOV TUTO-3 YLATI SEV SIEPYXETAL TOV AULUATOEYKEPUALKO (PPAYUO.

To 2004 amd plx ouvepyatikn opada el8ikwv Tpotabnkav Bepamevtikol oTOXOL KAl
KatevBuvtipleg odnyles yx v mapakoAovbnon tg GD (IMivakag 1). EmmpdcBetol Twv
avagepopevwv otov Iivaka 1 oTdX0L IOV APOPOVV TNV TIVEVHOVIKI] CUUMETOXT €lval
BeAtiwon ™G TvevpoviknG uTtEptaons (Hall pe CUUTANPWUATIKEG-BonONTIKES BepaTeies)
Kol 1 amo@uyn oelag embelvwong TG TVEVHOVIKIG VOGOoU Kal atpvidiov Bavdtov. INa ™
BeAtiwon ™G modTAS {WwNG TwV aoBevwyv ol otdxol elval N peiwon/ea@davion Tou
Tovou, TG Suoavediag kal G KOTMwong 1N PEATIWON/ATOKATACTAON TNG PUOLKNG
SpaoNPLOMTAS Y KaBNUEPIVEG aoXOAlEG KAl 1| BEATIWON CUYKEKPLUEVWV TIAPAUETPWY,
XPNOLUOTIOLWVTOG ELSIKA epYaAEia AELOAGYNONG, AVAAOYX LE TO APXIKO «POPTIO» TNG VOOOU,
™V nAkia kat to @vAo.

[Ipéo@ata avakolvwBnkav kat vées katevBuvtnpleg odnyieg amd v Evpwmaiky opdda
epyaciag ¢ vooov Gaucher (EWGGD) mou mpocdiopifovv kat pakpompdBeopoug
DepPATIEVTIKOVG GTOXOUG WG TPOG TNV KIVNTIKOTNTA, ETMTAOKEG ATLO TO NTIAP KAL TNV EYKALP
aviyvevon amwtepwyv emmiokwy (IMivakag 2). Ou véol otoxol TeplAapufdvouy Kot
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TAPAUETPOVS TIOLOTNTOG (WT)G, OTIWG UEIWOT TNG KOTIWOTG KAl KOWVWVIKY cUHUETOXN. Tl
TPWOTN EOPA HAALGTA CUUUETEXOLVY Kol acBevels otnv BEoTion Twv oTOXWV TNG Bepameiag
TOUG KAl UTIOAOY{{ETAL ONUAVTIKA 1 dTtoT) TOUG.

H Bepameutikn oTpaTnyIK] GTOXEVEL 6T OTUAVTIKT HEIWAT TOV POPTIOV TNG VOCOU.

H apywn §6om touv eviipov (86om epoddov) eaptdtal amd TN BaplTnTa TG 00TIKNG Kal
OTAQYXVIKIG VOoOU Kal TV ThavotnTa EEAENG Kal u@avions véwv emimAokwy. Etol n
Socoroyia kabopiletat cOPPWVA PE TNV OPASA KLVEUVOU.

H ovuvictwpevn apxtkn §6om yla tadid kat evijAtkes uPmAov kvdvvou eivat 60 U/kg kat yia
xapnAov kwdvvovu 30-45 U/kg ava 2 eBopddeg.

‘Otav 1 vooog otabepomomBei 1 6601 pmopel va pewwvetat vmo mapakorovdnon (IMivakeg
3,4).

H Bepameia ouvtipnong e@appdletal pe tn WKpotepn 66omn mov pmopel va Swxtnpel
oTafePA TA CUUTITWUATA VTIO TAKTIKTY TTApaKoAoVOn o).

Awakom) TG Bepameiag 0dnyel mAvta o€ vToTPOTN Kot £EEALEN TNG VOO OU.

Agv £xouv SieayOel peAétes yla v emidpacn tov evlOUoV TV KUNon, v SLEAgVON TOV
TAQKOUVTA, KoL TNV avATITLEN Tou gufpuov kal Tov Bpé@Pout. Aedouévou OpwSG OTL KATE TV
kOnon, 1 emdelvwon TV  Tapau€tpwv MG  voocov  (avaipiog, Opopfoteviag,
opyavopeyoAlag) elval OPKETA OMNUAVTIKY, E£XOUV aVU@EPBEl APKETEG TEPIMITWOELS
XOPNYNONG LULYAOUGEPAGNG G OAN TN SLAPKELX TNG KUNONG UE TTOA) KOAX ATIOTEAECUATAL.
‘ETol og yuvaikeg mov Sev €xouv Adfel Bepameia cuviotatal va Aapfdavetal vt oym to
evbexopevo évapénc Bepameiag mpwv tn oUANYN, ya BeAtiwon TNG KOTACTAONG TOUC. X€
yuvaikeg mou Aén Aappavouv ERT Ba mpémel autr va cuveyiletal o OAn tnv KUNon. 2tn
BBAloypadia kataypddetal onpavtiky sumelpio and e€€AEn kunoswv umd Beparmeia pe
LuyAouoepaon, mou emiPBefalwvel OTL n xpnon g gival achaAng Kal avilotpépel OAEC TIG
KAWLIKEG ekONAwoelg TG vooou. H ERT elvar kaAd avektr). Mepimou 15% twv acBsvwv
OVAMTUOOOUV QVTIOWUOTA £VOVTL TNG LULyAouoepaong, Tou Opwg Oev emnpedlouv TNV
QIMOTEAEOHATIKOTNTA TNG. ANAEPYIKEG avtibpaoelg €xouv avadepbel oto 6,6% Twv acBevwv.
TéAog n wyhouoepaon BEATLWVEL T CUCTNUATLKA CUULETOXI OTOV XPOVLO VEUPOTIOONTIKO TUTIO
™G vooou Gaucher (tumoc-3), xwpi¢ va undpyxouv dedopéva av avaotpédel, otabBepomolel n
emuPBpadUVeL TIG VEUPOAOYLKEG eTLTAOKEG. Nedtepa okeudopata ERT eival n BedayAouoepdon
TIOU TLOPAYETAL BLOTEXVOAOYLKA O avBpwWIILVN KUTTOPLKN OElpd Kot €Aafe €ykplon amo tov FDA
kot Tov EMA to 2010 kat n taAlyAdoucepAon ToU TAPAYETAL Amo KUTTapa KopOTou Kal éAafe
£ykplon armno tov FDA to 2012.

NedTepn BepamevTikn TPOGEyyLon elval ) peiwon tov pubpov cVOEST G TOU VTIOGTPWUATOS
(SRT), péow avaoToAng Tng ovvBetdong Tou yAvkooepefBpooidiov. H mpaktikn auth
€ELOOPPOTIEL TN HELWHEVT) ATTOSOUNOT TOU UTIOOTPWUATOS HE TN EAATTWOT TG TAPAYWYNG
TOU, EMTPEMOVIAS  OTNV  UTOAEITOUEVT]  SPACTIKOTNTA  TNG  UETOAAAYUEVNG
yAvkooepeBpoaiddons va amodounoet to GC, wote va amo@evxBel 11 cucowpevon Tou.
Evéeikvutal ommv voco TUTOUL-1, Mmag €wg HETPLAG BapUTnTAg, O€ TEPITTWOELS
CUUTITWUATIKOV acBevwv, ylx Ttoug omoiovg 1 eviuukn Bepameia Sev e@apuodletal.
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YTmdapyouvv §Vo Stabéoipa @APHAKA, 1] LLYAOUOTATN Kol 1) EAtyAovotdtn. H SpaoctikotnTd
TOUG €xeL TekunplwBel oAAd Jev ovviotwvtal o maldld, e@ENBoug kol €ykVOUG.
Emionuaivetal 6Tt 8ev vTAPXOUV GUYKPLTIKEG UEAETEG ATIOTEAECUATIKOTNTOG HETAE) TWV
TPOIOVTWY KABE Katnyoplag, oAAQ o0& YeVIKEG YPAUUES OL AVAOTOAEIS OYMUATIONOV
UTIOOTPWUATOG UTTOPOUV VX XPNCLUOTIONB0UV 08 EANPPOTEPEG LOPPEG TNG VOGOU 1] UETA
amd otabepomoinom xaunAov @optiov kal 516pBwon Twv ekdnAwoewv g vooou pe ERT.
‘ExeL emiong xpnowpomomBet cuvdvaopévn Bepamneia (ERT + SRT) oe acBeveils pe vdco
TUTOV-3 €MELSN OL AVAGTOAE(G GXNUATIONOV VTIOCTPWUATOS UTTOPOVV KAl ELGEPYOVTAL GTO
KNZ. Eldika 1 EAlyAovoTAT 08 piot CUYKPLTIKI] LEAETT] ATMTOTEAECUATIKOTNTAG ATTOSEXTNKE
To (8o Spactikn pe TMVERT otnv PeAtiwon O0Awv Twv gkSNA®Woewv Tng vOooUL Kol
evleikvutal ylia TN pokpoxpovia Oepameia acbevwv pe voco Tuvmov-1, ol omoiol
TAPOVCLAlOUY  TEPLOPLOUEVT, €VOLAUESN T  €KTEVN] UETABOALKY  KAVOTNTA TOU
kutToxpwuatog CYP2D6. Etov mivaka 5 mapatiBevtal 0Aeg ot Stabéoiues Bepameieg yio
GD mov gyouv Aael £ykplon amoé tov Evpwmaikd Opyaviopud @apudkwyv (EMA).

TéAog amo T apxés tou 1980 £xel emiyelpnBel mpoomdbel ekpilwong TG vOooL UE

oAAOYEVT] HETANOOXEVOT HUEAOD TwV ooTwVv. H év8eln éxel teploplotel yia tov TuTo 3 O€
mepmtwoelg vapéng HLA ocuuBatol cuyyevikoy §6.

4.KAINIKH KAI EPTAXTYHPIAKH IAPAKOAOY®HXEH TQON AXOENQN

H taxtikn mapakoAovnon twv acbevwv meplapufavel KAVIKT £E£TAON KAL EPYATTNPLAKO
€Aeyxo Touddaylotov 1-4 popeg €INoiwg aVaAGYwWS TNG EVEPYOTNTOG TNG VOOOU Kol TNG
QTOTEAEOUATIKOTNTOG TG Bepameiag.

ZTOV €pYaOTNPLHKO EAEYyX0 TEPAUBAVOVTAL QLUATOAOYIKEG Kol BLOXTMUIKES €EETAOELG,
€AeYX0G TV e8IKWVY SEIKTWV NG VOoou (xltotploolddon, 0&vn @wo@atdaon, SACE) kat
QTIELKOVIOTIKOG EAEYXOG TNG OPYAVOUEYAALNG KAl TNG 0O TIKNG VOGOU.

TéAog mephapfavetal Bactkr VEUPOAOYLKN EKTIUN O KAl TTapaKoAoVON oM.

0 Tivakag 6 TepLypAPEL TOUG AEOVES TAPaKOA0VONONG TV aoOBEVWV.
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5.ITAPAPTHMA

Mivakag 1. OepamevTikol 6TOYOL 6T1) VOoo Gaucher

OepamevTiKol GTOYXOL XpovoSiaypapua

Awatoroyikoli
AmokatdoTtaon g avalpiag xwpis petayyioels:

AV&non awoo@atpivng Hb=12g/dl (avdpeg), Hb=11g/dl (yuvaikeg, maidid) 1-2 £
BeAtiwon g Opoufomeviag

Ze Bapud BpopPotevia, aiEnon APOTIETAAIWY O€ TIUEG ETAPKELG 1-2 e
va amoTpEYPouv apoppayia, cuvnBwe = 30 x109/L

Te pétpla Opoppomevia, avinon atpometaAinwv x1,5-2 @opEg 10 £tog
Amokatdotaon @uloAoyIKoU aplOpol ALHOTIETUAIWY 10 £tog
(o omAnvektoun0évteg aoOeveic)

ImAayyvikol

Meilwaor Tov 6YKoL NTIATOG

- kata 20% - 30% 1-2 e
- xata 30% - 40% 3-5 €
Meiwomn Tov 6ykov oTIAnvag

- katd 30% - 50% 10 £t0g

- katd 50% - 60% 2-5 ém
OoTtikol
Meiwon 1 e€dAelym oo TIKOU TTOVOL 1-2 e
[TpoANYM 00 TIKWV KPIOEWV, 0GTEOVEKPWOTG 1-2 ém
BeAtiwomn ¢ 00TIKN G TTUKVOTNTAG (08 EVIALKEG) 3-5 €
Emtitevén @uoiodoykns ootikng palag (oe madid) 20 £10G
ATIOKATAOTAGT PUGLOAOYIKNG AVATITUENG (o€ TTaSLA) 30 £10G

Emitevdn @uolodoyknc évaping e e@npelag

Pastores GM, Weinreb NJj, Aerts H, et al. Therapeutic goals in the treatment of Gaucher disease. Semin

Hematol. 2004;41:4-14
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Mivakag 2. MakpoTipoOesol OepamevTikol 6TOXOL Yix VOG0 Gaucher

Long-term management goals for Gaucher disease type 1 - ERT/SRT related

Category Management goals

Anaemia related Maintain improved haemoglobin values achieved after the first 12 to 24 months of therapy (Source: Pastores et al, 2004)
symptoms

Bleeding tendency Maintain platelet count of = 100,000/mm” (Adapted from: Pastores et al, 2004)

Reduce increased bleeding tendency, whether caused by low platelet numbers, platelet defects or coagulation abnomalities
(Sources: input from patients, national guidelines, literature search)
Maobility Prevent bone complications: avascular necrosis, bone crises, bone infarcts and pathological fractures (Sources:
Pastores et al, 2004, input from patients, national guidelines, literature search)
Prevent osteopenia and osteoporosis (Le. maintain BMD T-scores (DEXA) of =— 1) (Source: literature search)
Prevent chronic use of analgesic medication for bone pain (Source: literature search)
Maintain normal mobility or, if impaired at diagnosis, improve mobility (Source: literature search)
Increase physical activity (Source: literature search)
Visceral complications Maintain spleen volume of =2 to 8 times normal after year 1-2 (Source: Pastores et al. 2004)
Maintain (near) normal liver volume after year 1-2 (Sources: Pastores et al, 2004, literature search)
Prevent liver fibrosis, cirrhosis and portal hypertension (Sources: input from patients, national guidelines, literature search)

Pulmonary Prevent or improve pulmonary disease, such as pulmonary hypertension and hepatopulmonary syndrome (Adapted from: Pastores et al, 2004
complications
General well-being Maintain good quality of life as measured by a validated instrument {Sources: input from patients, national guidelines, literature search)

in normal participation in school and work activities ( Source: literature search)
Minimize psychosocial burdens of life-long treatment ( Source: literature search)
Achieve normal onset of puberty ( Source: Pastores et al, 2004 )
Normalize life expectancy (Source: consensus panel)

Pregnancy and delivery Prevent GD related complications during pregnancy and delivery (Source: consensus panel)

ERT = enzyme replacement therapy, SRT = substrate reduction therapy, BMD = bone mineral density, DEXA = dual energy X-ray absorptiometry, GD = Gaucher disease.

Management goals for Gaucher disease type 1 - related to general disease management.

Category Management goals

Long-term complications Early detection of haematological malignandes, including multiple myeloma, lymphoma and amyloidosis (Sources: input from patients, national
guidelines, literature search)
Early detection of solid tumours, including he patocellular carcdnoma and renal cell carcinoma ( Sources: input from patients, national guidelines,
literature search)
Early detection of parkinsonism/Parkinson disease (Sources: input from patients, national guidelines, literature search)
Early detection of insulin resistance and type 2 diabetes mellitus (Source: literature search)

General Proper education of the patient and his family about the disease and therapy (Source: consensus panel)
Early detection of signs and symptoms indicative of CD3, such as eye movement abnormalities (Source: consensus panel)
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Mivakag 3. EvijAikeg (>18 eTwv) pe vooo Gaucher: kprpla ktvdvvov

KoL 86on

YymAoy kwdOvou (touvAdxlotov
£va amo Ta akoAovba)

XaunAov kivdvvou (0Aa T TApAKATW KPLThpLa)

Apyxkn) 660

60 U/kg kaBe Vo efSopadeg

30 U/kg k&Be dV0 efSopadeg

Kpimplax

SUUTITOUATIKY avalpia 1 emimeda
Hb <8 g/dl
AwpometdAa<60.000/mm3 1 Tek-
UNPLWUEVT] TTABOAOYIKY] ALLOCGTAOT
Evepyn ootikn vdoog

Alatapayég NMATIKNG AetTovpylog
N av&nomn 6ykou>2,5 X (pUGLoA0YLKO
AvEnon 6ykov omAnvoG>15 popég
TOU (PUGLOAOYLKOV

[Tvevpovikeg Slatapoyég

Ne@pkn vooog

Méywom Tty Hb kata 2g/dl pwkpotepn Ttou
KATWTEPOU PUOLOAOYLKOU 0pilov KATA (PUAO Kol
NAwia
ApBuog
LETPTOELG
OoTikn V000G TIou TepLloplleTal O 00TEOTEVIA
Kkat 81 6nomn tov puedol TwV 00 TWV

'Oykog Nmato6<2,5 opég Tou PuaLoAoyikol

Awometodiwv>60.000/mm3 o 3

'Oykog 6TTANVOG<15 (popEG TOU (PUGLOAOYLKOU
DUGLOAOYIKN NTIATIKY, KAPSLOKY, VATIVEVOTIKY
KaL ve@pLkn Asttovpyia

Andersson HC, Charrow J, Kaplan P, et al, Individualization of long-term enzyme replacement therapy
for Gaucher disease. Genet Med. 2005; 7:105-110

Mivakag 4. Modia kot £@npot (<18 etwv) pe vooo Gaucher: kpropla

Kw8Uvou kat 8dom

YymAoV kwdOvou (TouvAdyloTtov
éva amo Ta akOAovBa

XoapnAo xwdlvouv (0Aa Ta  akoAovba

KpLInpLa)

Apyxwkn) 6601

60 U/kg x&Be §Vo efSopuddeg

30 U/kg k&Be Vo efSopuddeg
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Kpimplax

Hb>2g/dl WKPOTEPN TOU
KATWTEPOV  (PUOLOAOYLIKOU  KATA
VAo KoL NAkia

AlpometdAa<60.000/mm3 1
TEKUNPLWUEV TaAB0A0YIKY)
alpooTaon

Avamtuélakn votépnon
Evepyn ootikn vdoog

Alatapayeg NMATIKNG AtToupylag
N avénomn oykou>2,5 X (puoLoAoyLko

'Oyko¢ 6TTANVOG>15x% puolodoyikon

[TvevpovoAoyikég Slatapayég

Hb<2g/dl  pkpoTEPN TOU  KATWTEPOL
(PUOLOAOYLKOU 0plov KATA UAO KoL NAkia

AplBuog Apometaiowv>60.000/mms3 o€ Tpelg
UETPTOELG

Ootwkn] VvOoog Tmou  TmeplopileTal o€
ooteomevia kot SmMOBnon Tou pUEAOU TwWV
00TWV

‘Oykog NTaTog < 2,5 X (PUGLOAOYIKO
'0Oykog oTTANVOG < 15 X (pUGL0A0YIKO

ducoAoyLKn NTATIKY, KapSLoxm,
OVATIVEVOTIKT] KAl VEQPLKN AELlTOupYia

Ne@pkn vooog

Andersson HC, Charrow ], Kaplan P, et al: Individualization of long-term enzyme replacement therapy
for Gaucher disease. Genet Med. 2005; 7:105-110

Mivakag 5. Eykekpuuéveg Ogpameieg yix vooo Gaucher amo tov

Evpwmaiko Opyaviopno Papuakwv

ApacTikn InyAovkepdaon MuyAovotdatn BeAdaylovkepdon | EAydovotdtn

ovoia ai@a

Oepamevtiky] | Evéeikvutal wg Evéelkvutal emil Evéelkvutal yia Evéelkvutal ylo

évdaln HOKPOYPOVIA evnAlkwv acBevwv | pakpoxpovia HOKpOYPOVLA
Bepameia pe NTa-péTpLa to- | Bepameia evlupkng | Bepameia
€VILKIG mov 1 GD, étav AVTIKATACTAONG evnAikwv pe GD
UTIOKOTACTAOTG Bepameia Y aoBeveig pe TUmov 1 ot omoiot
oe TuTov-11 -3 €VILKNG vooo Gaucher tomov | Tapovaldlouvv
GD mov gv UTIOKATAGTACNG 1 TIEPLOPLOUEVT),
TapovoLlalouvv Sev pumopel va evlapeon 1
ocofapég xopnynOel EKTEVT HETABOAKT
VEUPOAOYLKEG LKOVOTITA TOV
exbnAwaoelg CYP2D6.

'ETog 1997 2002 2010 2015

£ykplong

(EMA)

Tpomog [ xprion pe Mmopei va An@Bel | T'a xpron pe Kaydxia per os

Xop1ynong evSoAELLa pe M xwpis Tpoen evSo@AEPLa Eyxuomn | Mmopel va AngBel
€yxuon povo uévo pe N xwplis Tpoen

Aocoloyia H Socoroyia 100 mg x 3 H ouvvictwpevn 84 mgx 2
€EATOUKEVETAL UE | MUEPNOLWG 86om eivar 60 nuepnoiwg oe
Bd&on TV ektipunon povadeg/kg ev8Ldpeon kot

TV EKONAWTEWY
™G vooou

Xop1yoUueVn KAOe
Sevtepn efdopada

EKTEVT HETABOAK
LKOVOTITA TOU
CYP2D6

84 mgx1o¢
TIEPLOPLOUEVT
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petaBoAkn
KavoTnTA
Mnyaviopnog H wuylovoepdon AvaoTtoAéag g ZUUTIANPWVEL T E181x066
Apéong QVTIKAOLoTA TNV ouvBeTdong Tou avtikadlota ™ B- AVOOTOAEQS TNG
AT evqu K GC. MewwveL v GBA, to évlupo mou | ouvBeTaong Tou
EvepyoTNTQ, TOGATNTA TOV KO TOAVEL TNV GC, pewwver v
v8poAvovtag To UTIOGTPWUATOS vépoivon g GC Tapaywyn
GC, StopBwvovtag Slopbwvovtag €ToL | UTIOGTPWUATOS
£TOL TNV APYLKT ™MV apyiKy (SRT). H SRT
mabo@uatlodoyia mado@uatlodoyia ouvlualduev e
Kat eumodiovtag Kat epmodiovtag Siatpnon
™V ELPAvION ™V EUPAvIon KATIOLAG
Sevtepomaboug Sevtepomaboug SpacTIKOTNTAG
maBoloylag maboAoyiag ™¢ GPA
QTOTPETEL TN
ouvoowpevon GC
Kol auBAVVEL TIG
KALVIKEG
ekbnAwoelg

Mivakag 6. KatevOuvtpleg 0dnyieg yia tn ovvextl{opevn

TAPAKOAOVON 6T TV AoOEVEOV

AcoBeveis og Ogpameia Eviupikng Ymokatdotaong
Mn emitevén 1 un Emitevén Ye kabe aAdayn
Slatipnon Bepamevtikwy | BepATEVTIKWV Socoloylag
AcBeveis ywpic Oepameia OTOXWV GTOXWV OTHOVTIKY KAWVIKY
oK
K&Be 12 wiveg| K&Be 12-24 | K&Be 3 piveg]  K&Be 12 KdBe 12-24 ETHITAOKN
Hrjveg Hrjveg Hrjveg
Epyaotnplakog éAeyxog
[TANpN ¢ Yevikn ailpatog X X X X
Hapapetpol Téng X X X X
Bloxnuwol Seikteg X X X X
Xttotplootdaon X X X X
ITAQYXVIKOG EAEYXOG
‘Oykog ZmAnvog (US 1 X X X X
CT) X X X X
'Oyxog ‘Hmatog (US 1) CT)
00TIKOG €AEY)XOG

MRI X X X X
DEXA X X X X
X-ray X X X X

NevpoAoyikn ektipnon, EAEy)0G TIVEVOVIKTG UTTEPTAONG, TapakoAoVBnon oldtnTag {wng k&be 12-24 pnveg
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Iynua 1. Aty pappa P T 6TPAT YLK QVTIHETOTILOTG TNG VOGOV
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OAoxAnpwuévn Apxikn Extipnon
Tou acBevovg

|

Y100£tnom cuykekpLUEVWY
OEPATIEVTIKWV ZTOXWV

/

Emtidoyn E€atopikeupévng
Aocoloyiag

'‘Evapén Oepaneiag

y

Extiunon kataotaong pe
TOKTLIKI TIapakoAovOnon

l

Emtitevén OXI [Ipocappoyn

OgpamevTKWV ETOXWV [T ——F— EEa‘rouLK,suuévng
Aocoloylag

A

NAI 4

A 4

Awxtiipnon
OEPATEVTIK®Y ZTOXWV

0XI

I3

la cuvtipnong

NAI Taxtikr emavekTiunomn kat
A 4 EVNUEPWOT] TWV OTOYXWV

Oepame

Extipunon kataotaong pe
Taxtwkn MapakoAovbnon

Cox TM, Aerts JM, Belmatoug N, et al. Management of non-neuronopathic Gaucher disease with special
reference to pregnancy, splenectomy, bisphosponate therapy, use of biomarkers and bone disease
monitoring. | Inherit Metab Dis 2008;31:319-36
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