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ENNIXTHMONIKH OMAAA EPTAXIAY AIMATOAOTIAXZ

Anpomovdog MeAétiog - AOavdolog (Tuvrtovietng), Kabnynmig Oepamevtikig
Awatoroyiag-OykoAoylag, AcvBuvtig Oepamevtikng KAwvwkng, Noookoueio AAe€avépa,
latpukn ZyxoAn EBvikov kot Kamodiotplakot [avemiotnpiov ABnvwy, lpOtavng E.K.ILA.

BaocwakomovAog II. @e68wpog, Apatordyos, AvarAd. Kabnyntig Awwatoloyiag EKIIA,
Awatolroyr) KA T.N.A. «AAIKO»

I'povln EAlodBet, Alpatordyog, Zuvtoviotpiax A/vrpia EZY N.Y. AwpoSociag I.AN. ABnvwov
«0 ATIOZ ZABBAZX», Avtimtpoebdpog EAAnvikng AipatoAroykns Etatpelag

HAudkn G Oed8wpog, Apatordyog, Awpatoroykd Tunua A’ Tpomaidevtiky MaboAoykn
KAwwr) EKITA T.N.A. «<AAIKO»

Kattaung Avrwvng, Kabnyntic Masatpikris Awpatoroyiag-Oykoloyiag, AlevBuvtig
[Mavemompakng Oykodoyikng Awpatoroykns Movadag, A’ Mav/kn Modwxtpkn KAwviky,
Nocokopeiov [Maidwv «H AT'TA ZOPIA»

KovpdkAn AAsgEdv8pa, Awatoddyog, Awcvbdvtpia EXY  Awatodoyikol Tuiuatog
[Maboroywkng KAwwrg ILI.N. Matpwv, YmevOuvy Movadas Meooyelakng Avalpiag kot
Awoo@atpvomaBelwv

MatooUka Xapig, AwpatoArdyog, A/tpia Awpatoroyikol Tunuatog I'N.A. <KAAEEANAPA»,
[pdedpog EBvikov Kévtpov Apodoaoiag (E.KE.A.)

Maywvn Mapia, Aipatordyos, A/vipia, Apatoroyky KAy kat Asppwpdtwv, Movasa
Metapdoyxevons Muedov twv Ootwv, I'N «O EvayyeAlopog», ABrva

MAatd EAévn, Aipatordyog, A/vipux EXY, Aqpatoroyikr KAk, I.N.A. «AATKO»
TakeAdapn Iwavva, Apatordyog, A/vrpia Awpatoroykr KAwvikr - MovéSa M.M.O. T.N.
0ea/vikng «[.ITAITANIKOAAOY»

Tupewvidng Apyvpng Awatordyos, Kabnyntis Awatoroyiag II. Tatpwv, Avtig
AwatoroyikoV Tunpatog [aboroykng KAwkng ILT.N. [Tatpwv «ITANAT'TA H BOHOEIA»
Tépmog Evayygdog, Awatordyog, Av. Kabnyntig Awatoloyiag, Oepameutikyy KAwvikn
EKIIA T.N. A. «xAAEEANAPA», Avtimpoedpog EAAnvikn g Apatoroywkng Etapeiog

Toatadds Kwvotavrtivog, Awpatoddyosg, Kabnyntis Awatoroyiag, Anupokpiteio IMav.
Opaxng, Awpatoroykn KAk IL.T.N. AAe€avSpolmoAng

Toprywtng Navaywwtng, Awpatordyos, Em. Kabnyntig Awatodoyiag latpkng ZxoAng
EKIIA, B’ [Ipomaidevtikn [MaboAoyuwr) KAk, I1.I.N. «cATTIKON»

Xapyxaddakns NwkoOAaog, Aievbuvtig, Emomuovikd kat  Awoikntiké vmebuvog,
Awatoroyikn KAk kot Aeppwpdtwyv, Movada Metapdoyevong Muedov twv Ootwv, I'N
«0 EvayyeAiopdg», Abrva

YYNTONIZMOX OMAAQN EPT'AXIAY - EIIMEAEIA KEIMENQN

Onpaiog EAcv0£prog. I'evikos latpog, A/vig ELY., Tevikog Tpappatéag g latpikig
Etaipeiag ABnvwv

Mitpov Mavaywwta, MD,PhD. Ewdikog IMaboAdyos. Zuvepydtis Tevikov Tpappatéa
Ymouvpyeiov Yyeiag

Modnpatag Iwavvng. dapuakomolds. E8ikos ZOppoviog M'eviko I'pappatéa Ymovpyeiov
Yyeiag
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YXYNEPTATEX I'lA TH 2YTTPA®H EINIMEPOYX KE®AAAIQN

Apamidov Zwn, EwSikevdpevn Awatordyos, Awatoloywkp KAwwky kot KAwikn
Metapooyxeoewv Muedov twv Ootwv, IL.T.N. "EvayyeAiopnog”

FaBpratomtovrov Mapia, Em. Kabnynitpia MebBobdodoyiag KAwwkng ‘Epevvag, latpikn
ZxoAn EKIIA, Nocokopeio "AAeEavSpa”

I'kipkag Kwvotavrtivog, Emukovpikods Empeintig Aipatoroyiag, ATTIKO Nocokopeio,
Agdamopta [ToAvEevn, Albaktwp EKITA

Awxpavtidng Myaing, MSc, PhD, Adktwp AIlO, AwatoAdyog, EmpeAntig B EXY,
Movada Meooyelakng Avaipiag, I'.N. Adploag

Kaotpitng EvotdOog, Av. Kabnynmyg Iaboloyiag-Oykoloyiag, latpikn ZxoAn EKIIA,
Noooxkopeio "AreEdvdpa”

Katoapod 'Odya, IaboAdyog, AtsvBivrpla, Emiotnuoviky Yme0Buvn, Noookopelok
Ymmpeoia Awpodoaiag - EBvikd Kévtpo Avagopag Alpoppayikov Alabéoewvy, ILT.N. “Aaikd”
Kwton Mapaokevn, Awatoddyos, AtevBivipia, Noookopelakr Ymnpeoia Awodooiag -
EBviko Kévtpo Avagopag Alpoppayikwv AtaBécewv IL.T.N. “Aaiko”

Mapwdkng 0e08wpog, Alpatodrdyog, Aicvbuvtrs, Awatoroywky KAiwwn ILT.N.  “T.
F'evvnuatag”

Nouwkov Ev@pocivn, Apatordyog, AtcvBivtpla, Emompoviky YedOuvn, Noookopelak)
Ymmpeoia Aipodoaoiag- Kevtpo Apoppo@idikwv I'.N. “ITtmokpdatelo”

MAatokovkn EAévn, IaSiatpog, Zuvrtoviotplia AlgvBivipla, Movdda Alpoppaykmv
AwaBéoewv kat Kévrpo Alpoppo@idikwv Madiwv, Noookopeio IMaidwv "H Ayia Zogia"
YoAwpov 'Edeva, Em. KaOnyntpia Awpatoroyiag, latpikn ZxoAr [avemompiov IMatpdv,
[Tavemotpiako Noookopeio Plo

TtapovAn Mapia, EmpueAdtpla A" Anatodoyiag, ATTIKO Noookopeio

Itavpoylavvn Nikn, AwatoArdyog, A/vipua EXY, Awatoroywkry KAwviky-MMMO, I'.N.O. T.
[MamavucoAdov

I'PAMMATEIAKH YIIOXTHPIZH

KakoVtn ®wtewvn
Agyavtn Mapia
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ITPOAOI'OX TENIKOY 'PAMMATEA

To Ymoupyelo Yyeiag Bploketal o Stadikacio VAOTIOMONG LG LEYAANG LETAPPUOULOTIKIG
Tpoomabelag pog 6peAog Tou IToAltn. Zuykekpluéva, o€ pia mpoomaBelx SLac@AALONS TNG
TaxVTeEPNS  Slayvwong, ™G PEATIoG  Ogpamelag, NG ATMOTEAECUATIKOTEPNG
TAPAKOAOVONONG TwV AeBEVOV dAAG Kol TNG TTAE0V ATTOSOTIKNG SLOXEIPLOTG TWV TIOPWV YLo
™mv vyela, ExeL mpoxwpnoel amod Tov Mdato tov 2017 og avacvotaon ¢ Emitponng yo tnv
TAPAKOAOVONON NG QAPUAKEVTIKNG OSATAVNG, TNV KATAPTION KOl EMELEPYATIO TWV
SLAYVWOTIK®OV/BEPATTEVTIK®OV TTPWTOKOAA®VY KAl T1) Snuovpyio unTpowyv aehevov.

H Emtpomn autn elval vmevBuvn yla v £YKpLoT Kol £QAPUOYT TWV SLAYVWOTIKOV KoL
BEPATEVTIKWY  TPWTOKOAAWY  CUVTAYOYPAENONG OTNV  KAWLIKG Tpdaén, péow TG
EVOWUATWONG TOUG OTIGC NAEKTPOVIKEG e@apUoyES vyeiag TMapdAinAa mpowbeitat 1
AVATITUEN KAWVIK®OV TPWTOKOAAWY Ta omola Ba evowpatwbdolv oTo TANPOPOPLUKE
OUOTNHHOTA TWV VOOOKOUEIWwV kal Ba SltaouvdeBolv pe 1o oVomua twv Kilewotwv
Evomompévwv Nooniiwv, 1 avamrtuén Kol EVOWUATWON OTI CUVTAYOYPAENON €VvOg
GUVOTITIKOU LATPLKOU LOTOPLKOU, 1] avdTrTuén Touv Atopkov HAsktpovikov dakédouv AcBevn
koL Snuovpyla Mntpwwv Xpoviwv Madnoewv.

H cOvtaén Twv SlayvwoTikov Kol BEpameuTIKWOV TPWTOKOAAWY BacioTnKe GTIG LGN YN OELS
Twv avtiotolywv Emomuovikwv Ouddwv Epyaciag amoteAoVpevwv amd aTpovs LE
amodedetypévn ekmaibevon, eEel8ikevon KL EUTIELPIA OTO EKAGTOTE YVWOTIKO AVTIKEIUEVO.

ATwTEPOG 0TOXOG Elval Vo amOTEAECOUV TA EPYNAEI AUTA MAEKTPOVIKNG vyeiag éva
XPNowo Bonbnua yw v e@appoyn kavovwv opbng KAWIKNG TIPAKTIKY HE OTOXO TNV
OTOTEAECUATIKN TIPOXT] PPOVTIBAG vyelag, aAA& Kol €va epYaAEio OUAAOYNG UEYOAWYV
Sedopévwv (big data) yia ) AYPm amo@AcEWY GXETIKWY LLE TIOALITIKEG LYELQG.

Evxaplotovpe Beppd 660UG €pyAOTNKAV HE OUVEMEWX, LTELOULVOTNTA Kot Buoia Tov
TPOCWTILKOU TOUG XPOVOU YLA TNV OAOKATIPWGCT) TOU €PYOU.

Mwpyog lavvémoviog
I'evikog pappatéag Ymovpyeiov Yyeiag
[pdedpog ¢ EmiTpomn§ yia TV TapakoAoVBnon G QapUAKEVTIKNG Samdvng,
TNV 0AOKAN PWON TWV SLAYVWOTIKWV/BEPATIEVTIKWV TIPWTOKOAAWV KoL
™ Snuovpyla uNTPpwWV acBevwv
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EIZATQI'H 2YNTONIXTH O.E

Tnv mpooatn dekaetia ot e€Aifelg ota voonpata g AlpatoAoylag eivat paydaies. ‘Exouv
eloayfel oMV KAWIKN TPAn vées SlayvwoTikés efetdoels. ‘Exouv eykplOel moAA& véa
QAPUOKA KOl OTOXEVUEVEG DEPATIEVTIKEG aywYEG. T TAPATIAV®W £XOUV WG ATIOTEAEGUA TN
BeAtiwon touv mpoodokipou emPBiwong Twv aoBevov HE ALUATOAOYIKEG TTABNOES QAAA
peyaAutepn SuokoAlad Twv ALUATOAOYwV va eMAEEOUV TNV KATOHAANAOTEPT €€€Taom Kal
AYWYN Y& TNV QVTIUETOTILON TWV AoBEV®OV TOUG.

H Opada Epyaciag (OE) ¢ AwatoAoyiag ouvykpotnbnke pe okomo 1n Snuovpyla
AlayvwoTikowv kol Ogpameutikwy [TpwTokOAAwY o€ 0A0 TO EAOUA TWV ALUATOAOYLKWYV
madnoewv. H O0.E. ™¢ Awuatoroyiag mAaowwbnke amd £ykpltoug oLUATOAOYOUG UE
e€elbikevon o€ oLYKekpLUEVA KoAonOn kat kakonOn voonuata tov aipatog. Ztnv OE
GUUUETEXOUV HE OAPAPNTIKT CELPA OL:

0. BaolakomovAog, E. Tpoud), ©. HAakng, A. Kattaung, A. Kovpdkin, X. Matoovka, M.
[Maywvn, E. MAatd, 1. ZakeAddpn, A. Zupewvidng, E. Tépmog, K. ToataAag, I1. Toprywng, N.
XapyaAdakns. Méoa o€ TEPLOPLOUEVO XPOVIKO SLAGTNUA, Ol GUVASEAPOL TTEPLEYpAYQAV OE
eEAPETIKA KEIUEVA TIG EPYACTNPLAKEG ECETACELS TIOV (VAL ATOPAITNTEG Yl TN Sidyvwon
TOU KAOE VOO UATOG, TNV TTPpaKoAoUON 6T TOL Kal TNV aELoAdYNOoT TWV TAPEVEPYELWV TNG
PAPUOKEVTIKNG aywYNG Kabw¢ Kal Twv €EETAOEWY TOUL XPELA{OVTOL GTNV VUTOTPOTM
OUYKEKPLUEVWY aoBevelwv. ETiong mapouostdotnkay e ca@nVeLa oL BEPATIEVTIKES ETIAOYESG
yw kdbe @aomn g vooou kal avaAlBnkav ol §OGELS TV QAPUAKWY KAl TX BEpATEVTIKA
oynuata Tou €youvv AdBeL €ykplon yia xpnon otnv EAAGSa. Xe Sevtepo xpovo, Ta
TPWTOKOAAX aUTA TpovslAcTNKAY o€ OAa ta pPéAN s O.E. ta omoia Bonbnoav pe
OUYKEKPLUEVEG TIPOTACELS OTNV TEAKN Stapdpwon] tous. To €pyo tng O.E. vmootnpiytnke
ouolaoTIKA amo cuvadéigoug (E. Onpaiog, I1. Mitpov) kot vTaAAAovG Tov YToupyeiov
Yyelag. Oa NOeAa amd ™ B€om tov Ilpoédpouv g OE va euyaplotiow 06Aovg 6G0UG
oLVEBaALav 6T npovpyia Twv AlayvwoTiK®v Kat OgpameuTikwy [IpwTokOAAwV.

ETOX0G Uag Elval Ta SLyVWOTIKA Kol BEPATEVTIKA QUTA TIPWTOKOAAQ, IOV KAAUTITOUV OA0
TO @ACHA TWV QUUATOAOYIKWV VOOWYV, VA ATOTEAECOUV €val TOAUTIHO 08MYO Yl TOUG
OLVASEAPOUG ALUATOAGYOUG GTNV KABNUEPIVY] TIPAKTIKY TOUG aAA& Kol va Bonbrcovv v
[ToAlteia 0T SLAPOPPWEON TOV ATAPALTTOV TTAALGIOU YA TNV OUAAT] GUVTAYOYPAPTOT) TWV
ATUPAITNTWY EEETACEWY KAl @APUAKEVTIKOV OKEVAOUATWY YL TOUG QLUATOAOYIKOUG
aocBeveig.

Me 1t ouvepyacia 0AwV TOTEV® OTL AUTOG 0 GTOXOG EIVAL EQIKTAG,.

MeAétiog A. Anpdmovog,

KaBnyntg Oepameutikng Aipatoroyiag-Oykoroyiag

AevBuvig Ogpameutikng KAvikng

Noooxkopeio AAeEavpa

latpkn ZxoAn EBvikov kat Kamodiotplakov [aveniotnpiov ABnvwv
MpYtavng EKIA
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MEO®OAOAOTIA ANAIITYZHX ITPQTOKOAAQN

MNPOTYNO AATOPIOMOY AIAINQZHZ

’
N—— ~—r’

B) MapakAWIKEG EEETATELG

la exri MPOTEIWVOUEVO TOCOTIKOMOLNEVO EPYAAEio yLa TV
*Anotipnon tng ékBaong
*Avtanokplon otn aywyn

Apxwn Ertiokedn Enavektipnon
-Aayvwon Mopdpetpol EKBAONG yLA TNV EMOVEKTIUNGN
Alayvwon cupdwva pe
A) KAwika kpueripla

Stado Nooou |

\Z
] , *Mota KAwikd SeSopéva anattovvroat (Ssikteg)
Evbelkvuopevn QapUOKEUTIKT *Mota rtapakAwvikd Sedopéva amnatrodvrat (Seikteg)
Aywyn ( ATC4 ) ATC5) V

XPOoVLKO ALAoTNO TIOU TIPETTEL
va pecohaBet yia tnv MpoTeWVOUEVEG EKSOXEG YLOL TNV CUVEXLON TNG

~ 4

enavektipnon / BepaATMEVUTIKAG aVTLETWTTLONG e BAon Ta
enmavaglohoynon Sedopéva €kBaong avtamokplong

ZXETIKA PE TNV AVATITUEN TWV BEPATEVTIKWOV AUATOAOYIKWV TPWTOKOAAWY €xel An@Oel
vToym

1 KATNYOPLOTIO(NoN TwV BEPATEVTIKWY GXNUATWVY 1) BEPATIEVTIKWVY GLUVSVACUWY OE
veoSLayvwoBév voonua/vedTAaopa

1 KOTNYopLoTIoinon Twv BEPATEVTIKWY OXNUATWY 1] BEPATIEVTIKWYV GUVEUACTUWY OE
VTOTPOTILAlOV 1 AVOEKTIKO Voo /VEOTTAXG LA

pe Baon apyikd kpttipla (EYkekpluéves evleilels, amodeSelypévn amMOTEAECUATIKOTNTA,
amolnuiwon @APHAKEVTIKOU KOOTOUG) KAl HE QAVU@POPA O€ S0OCOAOYIKA OXNHATA,
BepamevTIKOUG KUKAOUG, SlapKelx Bepamelag KAl EMAVOANTITIKOTNTA KUKAWY, HE GUVOSA
KpLTpla Evtadng/amokAelopov/amotuyxiag aywyng.

Eldk6TEpa, 0NV KATNYOPLOTIONOT TWV OEPATEVTIKWY OXNUATWY, GUVEKTIUNONKAV 0T
Slapdép@won Tovug:

BepamevTikKG oYNUATA TOU €youv NON EYKPLOT OTNV QVAPEPOUEVN] YPALUT
Depameiag, TEKUNPLWUEVO ONUAVTIKO KAWVIKO O@PEAOG £vavTL GAAWVY BEPATIEVTIKWV
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OYMUATWY, TIEPLYPA@OVTAL OTIS SleBveilg 08NnYieg pe onpavtiko Pabud tekunpiwong
KOl KOTA CUVETIELX ATTONULWVOVTOL ATTO TOV AOQUALGTIKO (POPEX

BepamevTIKA oYNUATA TOU €Youv NON EYKPLOT] OTNV  OVAQEPOUEVT] YPOUUN
Bepamelag, TEKUNPLWHUEVO CTHAVTIKO KAWVIKO OQEAOG EVAVTL AAAWV BEPATIEVTIKWV
OYNMUATWV OTIWG KATASEIKVUETAL ATIO TIOAUKEVTPLKEG UEAETES Slaitepns BapvtnTag
aAAQ ToV xpelalovTal PEYAAUTEPO SLACTNUA TTapakoAlovOnong Yo va embeifouv
TAEOVEKTNHX OULVOALKNG emBlwong Teplypagovtal otig Olebvels odnyieg ue
ONUaVTIKO PBabpd Tekunplwomng Kal KOTA CUVETELX OTMOlNULOVOVTAL ATO TOV
ACPAAMOTIKO @opéa (0 avapovy NG emavasloAdynong TG GUVOALKNG aglag Twv
oYPLpwyv Sedopévwy Toug)

OepamevTikd oynuata Tou €youv NON £YKPLOT OTNV AVAQEPOUEVT] YPAUUT
Oepamelag, aAAd eite w@EEAOVV OUYKEKPLUEVEG opGdes aocBevwv, eite £xouv
TIEPLOPLOPEVO OPEAOG/ 1] KL OTUAVTIKY TOEKOTNTA £VAVTL AAAWV EYKEKPLUEVWV
BEPATEVTIKWY GXTUATWY TIOV ETIOTG ATO{TULWVOVTAL KoL IOV 0TLS SteBvels 0dnyieg
EVOEXOUEVWG TIEPLYPAPOVTOL LE ALYOTEPO OTUAVTIKO BaBud tekunpiwong.
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OEPANEYTIKO NPQTOKOAAO lNA TH AIATNQZTIKH
MPOZNEAAZH, KAINIKH MAPAKOAOYOHZH KAl OEPATEIA TH2
NOzOY GAUCHER

ICD-10: E75.2

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

H vdécog Gaucher (GD) eivat 1 ouxvotepn ABporstikn) Aveocwuikny Nocog (LSD),
TPOKOAEITAL  ATO  AELTOUPYLKN]  OVEMAPKEWN  TOU  AUCOCWHATIKOU  €vIUHOU
yYAvkokepeBpooiddaon (GBA) kat 08nyel omv cvocowpevon yAvkokepeBpooidiov (GC) ota
HaKpOo@Aya Tou SiktuoevdoOnAlakoy cvotipatos (kuttapa Gaucher). O MAnOLoUdG TWV
HOKPO@AYWV VTIEPTIAACCETAL € GUVETIELXL OPYAVOVOUEYaAla, StBnon pueAol Twv 00TWV
KOL apyOTEPA KOl GAAWV 0pYGVWwV EKTOG TOU AEX.

KAnpovopeital pe auTOGWUATIKO VTTOAELTIOUEVO XOPAKTIPA KOl ERQAVIETAL PE CUXVOTNTA
1 véa mepimtwon ava 50000-70000 yevvioelg, ToOU QVTIOTOXEL O oUYVOTNTA
etepouywtwv 1:250 - 1:500 mepimov. YapxeL ca@ns oxéon Tov ei6oug Twv PETAAAGEEWY
Touv yoviSiou ™G GBA Kol TNG VTOAEWUATIKNAG SpACTIKOTNTAG TOU €viUUOU, T OToia
AVTIKOTOTTPIlEL Kol TNV KAWIKD Bapdtnta TG vooovu, Kol 600 Alydtepo emmnpedleTal 1
eVIULKT] SPACTIKOTNTA, TOGOV EAQPPATEPOS (VAL O KAVIKOG (OULVOTUTIOS KL ATIOVUCLALEL 1)
mpoofoAn; Ttou KNZ. ‘Exouv meptypagel mepimov 300 Sta@opeTikés HETAAAGEELS, aTO TIG
omoleg apkeTeg Sev avayvwpilovtal evkoAa. H mo ocuyvn etval n N370S oe opoluywTtia 1
SumAn etepoluywTia, pe dyvwatn v HETAAAAEN Tov SevTtepov aAAnAiov. H mapovaoia g,
aKOpa KAl o€ €va aAANAL0, Slac@aAilel TV Slathpnon Kamolag ev{UIKNG SpaoTIKOTNTOG,
KOL 0 KALVIKOG (aLvOTUTIOG elval nToTeEPOG. Madl pe TNV avTiSpaoTIKA aUENIEVT LETAYPA®N
™G GBA kat dAAa évlupa (68vn @wo@ataom, xttotplootdaor, SACE) vmeppuetaypapovtay,
AVTIKATOTTPI{OVTAG TO OGOV TOU cuoowpeVPévoy GC, kat amoteAov Eupeco Selktn Tov
(POPTIOV NG VOOOU KAL TNG ATOTEAECUATIKOTNTAS TNG BepaTeiag.

H vboog pmopei va eppaviotel o kaBe nAtkia Kot TapovoldleTal pe TPElG KAVIKOUG TUTIOUG,
TOV XPOVIO Un vevpomabntikd (tumo-1) Twv evnAikwv, Tov Bpe@ikd o0 veupoTaBNTIKO
(tOmo-2), kat tov €@NPKO LTOLY, vevpoTaBNTIKO (TUTO-3), HE SLAPOPETIKO TPOPIA
KALVIKWV EKONADCEWV.

O Ttimog 1 elvat o0 OuXVOTEPOG Kol  yapakmnpiletal amd  KUTTAPOTEVIES,
NTMATOCTANVOUEYAALX Kol 00TIKN) vOco. O omAvag umopel va peyadwoel €wg 20 @opEg,
TPOKOAWVTAG UNYOVIKA CUUTTOMATA Kol OTIANVIKA Ep@pakta. H Bapdmta TG 00TIKNG
vooou TolKiAel amd TeAelws amovoa, €ws cofapr, UE EVTOVA OOTIKA GAyn-kploels,
0O0TEOVEKPWOELS KAL UTOMHATA KaTaypata. O KUTTapoTevieG o@ellovtal Kupiwg oTov
UTEPOTIANVIONO, OAAG 0€ MKpOTEPO BaBud kot otn dmbnon tov puedov amd KOTTAP
Gaucher. Awoppayikés exdniwoelg umopel va  TmpokaAovvtal amd  Opoppomevia,
AELTOUPYIKEG SLATAPAXEG TWV QLUOTETAAlWY, €(TE ATO QAVEMAPKEIX TAPAYOVTWY TMENG.
EmmAéov ep@avifovtal ocOvépopo xpoviag @Aeypovwdous avtidpaong, pe advvapia,
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KaTafoAn, avTidpacTiky Aep@adevomadela, omaving kayeia, pe EAGTTWON AEUKWUATIVTG,
avENom TMPOPAEYHOVWEWV TIPWTEIVOV KUl KUTTAPOKLV®WV GTOV 0p0, Kol TpodiaBeon yia
ekdNAwon vooouv Parkinson. MovokAwVIKEG TAPATIPWTEIVEG avaSEIKVUOVTAL GUXVA, KOL
umopel va e€eAyBolv o€ evepyEG TAAGUATOKUTTAPIKES Suokpaaoies. Exel emiong avagepOel
AUENUEVOG KIVEUVOG ELPAVIOTG AUTOAVOC®Y KL VEOTTAACUATIKWV VOOWV, UE Kuplapxn TNV
eu@avion B-Aepgoimepmiaciov, 0mws B-OAA, B-XAA, Asppwpa Hodgkin, Std@opot tOmoL
N.H.Agppwpdtwv, aAAd kupiws MGUS kat ToAAQTA0) HUEADMUATOG.

[Tepimov 6% TwV acbevwdv £Youv VELPOTAONTIKY cuuTTwUHAToAOYiQ, 5% Adyw TUTOU-3
vooou kat 1% Adyw ofelag tuMOL-2. O TUTOG-2 €lval KePALVOPROAOG VEUPOEKPUALOTIKY
vooog, Bavatneopog kata ™ Ppe@wkn MAwkia. Ymapyel kot evag akopa BaplTepog,
VEOYVIKOG UTIOTUTIOG, TIOU EKSNAWVETAL PE EUPPUIKO VEpWTX Kal cuyyevn LxBVaoT).

Ot acBeveig pe vooo TOTOV-3 PTopEl va EKSNAWOOUV TIPWIUA CUCTNUATIKEG SLATAPAXES KAl
N VEUPOAOYIKN] OUUMETOXN Vo ekdnAwBel apyotepa pe ataiia, opllévtio otpaflopo,
omacpoVs 1N dGvola, OAAQ UTopel va €Youv EAGXLOTN VEUPOAOYLKN TPoofoAr, Tov
Teplopiletal og SlatapayEg ™G Kiviong Twv o@OaAnwmy.

2.APXIKH KAI BAXIKH AIAI'NQXETIKH ITPOXIIEAAXH TQN AXOENQN

MANPNGC aUATOAOYIKOG £AEYXOC HE QUUATOAOYIKEG TAPAUETPOVS, HOPPOAOYia
emyplopatog meppepkov aipartog, AEK, TKE, éwg ava efSoudda atnv @daon Siepevvnong
™G vOoou, avd pufiva oty mepiodo otabepomoinong tov amotedéopatos ¢ Bepameiag
Kal €we avd 3-unvo o€ aoBeveic pe puOuLopévn vOoo LTO TAKTIKY TTopakoAovOn o).

MAnpng Boynuikdg £Aeyxog (oupia, kpeatwivny, ovplkd, KA, vaTtplo, acPéoTtio,
ewo@opkd, payvnolo, AST/SGOT, ALT/SGPT, ALP, y-GT, oAwr| kat dueon xoAepubpivn,
LDH, CPK, apvAdom, oAkd Asvkwpata, Asvkwpativn, CRP, oidnpog, TIBC, @eppitivy,
XoAnotepivn,  TpyAukepibla, oAwka  Amidia, HDL- kot LDL-yoAnotepivn)
mepAapupavopévwy Twv EBIKOV SEIKTWOV SpaotnpdTag Tng vocou (oAwkn 6&vn
EWOoEATACT], AVOEKTIKN] OTO TPUYLKO OAKOAIKY) QWOEATAON, HETATPEMTIKO £vIUUO
ayyelotevoivng — SACE) pla @opd tov unva otnv apxtkn Siepgvvnon Tov acBevoug, ava 3-
UNvo v @d&om afloAdynomng NG ATMOTEAECUATIKOTNTAS NG Oepameiag 1 TpoTmOTOMGN G
NG, KAl avd 6-Unvo o€ BepaTEVTIKA PUOULGHEVOUS AOBEVEIS.

Mapapetpol mMKTIKOTNTAG: XpOvog Tpobpoupivng, kot peptkig BpoppomiaoTivig,
emimeda vwdoydvou kat D-Siuepwv atnv apxikn Stdyvwaon, avd 3-unvo otn @aocn ava 3-
unvo TNV @d&on afloAdynong tng AmoTEAECUATIKOTNTAG TNG Bepameiag 1 TpoToTONoNS
™G, KAt avd 6-punvo oe Bepamevtikd puBuiopévous acBevels. EEelSikevpévos €deyyog
AELTOVPYIKOTNTAG TWV AUOTETAAIWVY] BpopuBo@dikdg EAeYX0G LOVOV ETIL CUYKEKPLUEVWV
evleitewv.

AeikTeG @Aeypovi¢ Kat avooiag: Amtoo@aipivn, B2-pikpoo@atpivr, nAeKTpo@dpnon
AEUKWHATWV 0poV), emimeda avoooaipvwv IgG, IgA kat IgM otnv apxikn Sidyvwon kat
ava 6-12 pnveg otnv @daom xpoviag mapakoAoVBnong twv acbevwv. Emi gppaviong
TAB0AOYIKWV  EVPNUATWY HOVOKAWVIKNG TOPATPWTEIVIG Ol TAPATAVW EEETACELS
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SUVAVTAL VA TIPAY LATOTIOLOVVTAL £WG AVA 3-UNVO, HE ETILTAEOV TIPOGSLOPLOUO TWV K- KL A-
eAapwv aAvcibwv otov opd kol Ta oUpa 24-wPou Kol OAKOU AEUKWUATOG HE
NAEKTPOPOPNOT AEUKWUATWVY 0UPWV £WG ETIOTG AvA 3-pUnvo.

IoAoywkog £deyyog TTANPNG oav Baockd ag@emmplakd TPo@id tou acBevols, Tov va
TEPAAUBAVEL avTIyOVa Kal avTiompata yia Tous ovg HBV, HCV, HAV, CMV, EBV, HSV, HIV
KOl AOUTO KATd TepimTtwon evetkvuopevo (Tadid, eykvoug, ipo UoAlacpwy) screening
(IAapd, epvBpd, VZV, parvo-B19, to§omAacpa kAm). Emavektipnon povov emi
OUYKEKPLUEVWY eVOeEewV, kaTd TNV Kpion Tov BepamovTod.

'EAeyxo¢ mapovoiag 1 avantuing avtoaviiowpdtwvl ‘Edeyxos ywx mapovcia
opyavoeldikwv  (avtiBupeosldikwy, avtiepuBpokuttapikwv-adpeon Coombs, avTl-
TOLYWUATIKWV TOU GTOUGXOV KAT) Kol 1) OpYAVOELSIK®OV avTIowudTwy (ANA, avti-DNA,
avtli-ENA, ASMA, AMA C-ANCA kAT) @’ amoag otnv apxik eKTiunon tov aobevols Kot eTti
evlel€ewv N emtl VTTapPEng 1161 eyKaTEGTNUEVNG auTOAVOG(aG ava 12-24 UveEG KATOTILY.

ATIELKOVIOTIKOG £AEYX0G OTIAGYXV®WV: YTIEPNXOYPA@ENUA HTTATOS KAl oTIANVOGS 1) aoVIKT
Topoypa@ia dvw KOG pe TIPOaSLOPLAUO TOU OYKOU TWV 0pYAV®Y, GTNV APXLKT EKTIUNON
ka0e aocBevol, pe SuUVATOTNTA TPWTNG ETAVEKTIUNGONG 6 UNVEG UETA OO TNV TPWTN
évapén Oepameiag Kol akoAoVOwg avd 12-24 PnveG 0€ TOKTIKA TOPAKOAOLOOUUEVO
acBev). Afovikn] Topoypagia Bwpakog, kat 0AOKANPNS TNG Kolag el uTTApEews vToYiang
AVATITUEN G AEUPOVTIEPTTANCTIKNG T} GAANG VEOTIAAO LALTIKTG VOO OU.

ATLELKOVIOTIKOG £AEYX0G 0GTIKNG VOOOU: ZupPBATIKOG AKTIVOAOYIKOG EAEYXOG HAKPDV
Kal TAQTEWY 00TWV GTNV APXLKI EKTIUNoN Tou acBevols kal akoAoVBwG i ev8eifewv
00TIKNG TPOOPOAG oVUH@WVA HE TNV Kplom Tou Bepdmovrtog atpov. MayvnTikn
Topoypa@ia 6TOVSUAIKNG GTNANG KAl AEKAVNG-UNPLXiwY oav a@eTNPLaKkos EAeyxog el
0AWV TWV aoBevwv Kot akoAoVBws ava 12-36 unves, avaAoya e TNV EVEPYOTNTA TG
vOoou Kol TNV e@appolouevn Bepameia. 'EAeyxoG 0OTIKNG TUKVOTNTOG GTNV OPXLKN
eKTIUNOM TOL A0OEVOUG Kol AKOAOVOWG avd 24 pnveg TEPITTOV CVUUPWVA KAL HUE TIG KAIVKEG
evdel€els koL v kpion Tov BepamovTos Lrtpov.

Mapakévtnon puedov kot ooteopvedkny BroPio: Mmopei va yivetar pdvo oe
€EEIOIKEVPEVA ALUATOAOYIKA KEVTPA KL KALVIKEG, oV KL SEV GUVIOTATAL 0V SLAYVWOTIKOG
XEPLoPOG TG vooou Gaucher. MTopel va yivel emi vmoiag Stdyvwong GAANG vooou Kat va
BéoeL LoxyupdTatn vmoYPia ywx ™ vooo Gaucher. Aev cuvioTdTtol cav €EAEyX0G NG VOOOU
Gaucher, Tapd povov av au TN EMIMAAKEL LE KATIOLX ALUATOAOY KT VEOTIAAG (A (TTOAAQTIAOUV
HUEAW N, AEPP WA, AEUXALLIO KATT).

E€ei8ikevpnévog eviupkog kot yoviSlakog £Aeyxog: O éleyxos autdg meplapfavel
TOCOTIKN] UETPNON TNG SpAcTIKOTNTAG TNG P-YAUKOOLSAONG O AEUPOUOVOKVUTTAPA
TEPLPEPLKOV A{UATOG KAL YOVOTUTINGT TNG XPWHOCWUIKNG TIEpLoxns 121 dmov eSpaletal
To YoviSio GBA, yia v ava{jTnomn YEVOUIK®V EAAEIUUATOV 1 ONUELOK®OV HETAAAGEEWY,
HE XPNOLUOTIONON OUYKEKPEVWY  aviyveutwv Tov DNA. O €Aeyxog autdg
TPAYUATOTIOLEITAL AT OTNV  A@ETNPLAK  €KTiumom Tou aobevovg, upovo o€
TOTOTIOMUEVA EpYAoTPLX VIUHOAOYIOG KAl LETALOALOHUOV, UE ATTOSESEYUEVT EUTELpia
OTO QVTLKEIPEVO KAl §eV EMAVOAAUPAVETAL ETIL CAP®V KAL SLAYVWOTIKWV XTIOTEAECUATWV.
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Métpnon Sewktwv  evepyotntog TG  vocov: Emimeda  xitotplooiddong,
Avooo@ykooivng, CCL-18/ PARC 1 kat GAAWV HOVOKUTTOPIK®OV TPOIOVIWV Kal
KUTTAPOKIVWV. O £EAeYX0G AUTOG TIPAYHATOTIOLELTAL HOVOV ETI SLAYVWOUEVWY 0GOEVWOV oV
3-12 unves (ouvnBéotepa avd 6-unvo) Kol CUVICTATAL va Yivetal uovo oe e€elbikevpéva /
TOTOTIOUEVA EPYAOTNPLX. AEV TIPAYUATOTOLEITAL VIt SLAyVWOTIKOUG OKOTOUG €Tl pn
SlayvwouEvwy acBevmv.

Tak Tkl KAWVIKT) VEVPOAOYIKT) EKTIUNGT ETL ATOVGING CUUTITWHATWY avd 1-2 xpovia
Kal el VTTAPENG OXETIKNG CUUTITWHATOAOY OGS GUXVOTEPQ, avAAOYX pE TNV €vEel€n. Mmopel
VO OCUUTIANPWVETOL WUE TOV KOTA TEPIMTWOT EVSEIKVUOUEVO TIAPAKALVIKO EAEYXO
(MAEKTPOEYKEPAAOYPAPN LA, MRI EYKEQGAOV, TPOKANTA SuvVapIKg,
NAEKTPOVEVPOYPAPT LA KATT).

'EAEYX0G TIVEVHOVIKTG AetTovpylag: KAk TVELUOVOAOYIKY EKTIUNON, OTILPOUETPTON
Stdyvom, aépla apTnPLOKOV aipaTog KAl AoLTOG €EELSIKEVUEVOG EAEYXOG €Tl UTIAPEEWS
KAWVIK®OV onUElwV TIPOSBOANG TIVELUOVWY KAl OXL 0T TTAXIOLX TAKTIKOU EAEYXOU

3.0EPAIIEYTIKH ANTIMETQIIIZXH THX NOX0Y GAUCHER

Y& kaBe aobevr) Oa Tpemel va TiOevtal ouykekpluévol OepamevTiKOl GTOXOL, UE TNV
UL0B£TN oM KATEVOLYTIPLWVY 0BTV LWV.

H ocwot Swayeiplon ™™g voéoov meplhapfdavel v avaltnon kal GAAWV OLKOYEVEIXK®DV
UEAWV, SLVNTIKA THOXOVTWY, KaBWG Kol TNV Tapoy | YEVETIKNG OLUPBOVANG Kol
TPOYEVVITIKNG SLAyvwons. Adyw Tng omavioTnTag TNG VOOOU KL TWV EEELSIKEVUEVWY
YV®WOE®WV TOU ATALTOVVTAL YLX TOV XELPLOUO TNG, € TTOAAEG XWPES XYoLV avamTuyBel elka
KEVTPA TAPakoAoVON oG (KEVTPA avagopag).

SUUTITWUATIKY / VTTOOTNPLKTIKY aywyn, Tou Ntav 1 povadikn Bepameia peyxpt to 1990,
evdelkvuTal TAVTOTE KAl TEPAAUPBAVEL TNV AVTILETWTILON TNG AVALLIAG, TWV 00TIKWOV
AAY WV, TWV OKEAETIKWV AVWUOAL®V KaL TNG OTIANVOUEYAALXS.

ITANVEKTOUN TIPETEL Vo AmO@EVYETAL YTl av&dvel Tov kivbuvo Aoluwiewv, donmtng
VEKPWOTNG UNPLXIWV KEPAAWY, TIVEUHOVIKNG UTIEPTAONG KAL OCTIKWV EMUTAOK®V. ZNHEPX
EQPAPUOlETAL MOVO OFE TEPITITWOELS EKOCECTUACUEVNG OTANVOUEYOAIAG HE TIECTIKA
@AWVOUEVA KL CUUTITWUATA UTIEPOTIANVIOLOV, OTIOVIOTATA ETIL U1 KAATG AVTATIOKPLOTG 0N
Bepamela evILVUIKNAG VTIOKATAOTAGONG, €Tl pNENG TOL OTANVOG Kol oe vmoyia VTapéng
AELPEOUATOG.

Ye coBapés 00TIKEG KPIOELS, OTIOU TA GULVION TAVOITOVH AVETTIHPKOVV, 1) VOOOKOUELOKT)
Tep(OaAYm elvat amapaitnTn Yo Ty eVUSATWOTN KoL T XOpNyNon HEWOVWY aVOAYN TIK®OV.

ETl apvMTIKOV OUUOKAAALEPYELWOY GUVIOTATOL GUVTNPNTIKY QVTIUETWTILON, OAAA AOYW

vPnAoV KvdUvou BakTnplakns ooTeopLEATIOAS, 6Tav 1 vTToYia Yl Aoipwén elval peydAn,
TpEmeL ) TpooPeRAnuévn teploy va vTIoKeLTaL o€ BloPia kKot KaAALEPYELX.
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Zuvn0eig 1 VPIMAEG 800ELG KOPTIKOEWBWV avaKOUPI{OUV TIG OO TIKEG KPIOELG KL 1) TTOLOTNT
(NG PEATWOVETAL ONUAVTIKA HE TNV KATAAANAN opBomedikny mapépfaon (m.x. oAkn
apBpoTAaoTIKY TOV WoXiov 1) TOV YOvVaATOG).

H xpnon Swpwo@ovikwv cupfdAiel 6tn BEATIWOT TNG 0GTIKNG VOOOU Kol £Xouv avagepBel
IKOVOTIOMNTIKA XTIOTEAEGUATA JLE XP1|OT TIAULSPOVATNG, GTTV AVAKOU@LOT) ATIO TOV TIOVO, TNV
avEnom NG 0GTIKNG TTUKVOTNTAG KoL TNV UEWOT TNG CUXVOTNTAS TWV KATHYUATWV.

['la amo@uyn AlLopPAYIK®V EKONAWMOEWY 0L aceveis TTPETEL va EAEYYXOVTAL Yo SLATAPOXES
™G TENG, 8IWS TPV ATtO XELPOUPYIKES, 0SOVTIATPIKES KAL YUVALKOAOYIKEG ETTEUPATELG.

TéAog kaBws 1 vOoog elval xpovia Kol KANpovoulkny Ba mpémel va vmdapyel Siktuo
PuxoAoYIKNG Kal KOWWVIKNAS vtoopEns (Puxordyos, cVAAOYOL VTTOOTHPLENG aoBev®y,
K.0.)

AVo elval oL kUpleg OepamevTikéG Tpooeyyicels otnv GD: n Oepameia evluuiknig
vmokataotaong (ERT) katn Bgpameia eAdTTwong oxnuatiopuov vmootpwuatos (SRT).

To 1991 éywe Suvatny n IV xoprynon touv eAleimovrtog eviypov cav aAyAovoepdon,
TAQKOUVTIOKOU TPOIOVTOG SpacTIKOU OTA HOKPO@PAYX, UE ONUAVTIKA OTOTEALCUATA.
Apyotepa to €viupo TAPACKEVAGONKE PBLOTEXVOAOYIKA GE AVAGUVSULAGUEVY LOPEY GOV
LLLYAOUOEPAOT) OKEVACTHATOG LOOSVUVALOU TOU (PUOLKOU €VIUUOU, TIOU €YKPIONKE amd TOV
FDA to 1994 kat tov EMA 1o 1997. H ywyAovoepaon xopnyoluevn kabe 2 eBdopades ot
86om 30-60 U/Kkg PeLwVEL TNV 0pYAVOUEYOALX KAL TOUG 00TIKOUG TTOVOUG KAl BEATLWOVEL TIG
QLULATOAOYLKEG TIAPAUETPOVG, TNV OCTIKY TUKVOTNTA KAl TV Toldmta {wNs. T ToldLd
amoKABLOTA TN CWHATIKY avATTLEN Kol SlopBwvel v ooTeomOpwon. Agv SlopBwvel TIg
VEUPOAOYIKEG EKONAWOELG 6TOV TUTIO-3 YLATL S€V SLEPXETAL TOV ALUATOEYKEQPUALKO @payUo.

To 2004 amd Qi oLVEPYATIKY] OMASA €8IKWV TpoTabnkav Bepamevtikol oTOXOL KAL
KatevBuvTpleg odnyies yia v mapakoAiovdnon g GD (MMivakag 1). Emmpdobetol Twv
avagepopevwv otov Iivaka 1 otdX0L IOV APOPOVV TNV TVEVHOVIKI] CUUHETOXT €lval
BeAtiwon TG TMvELHOVIKNG LVTEEPTAONS (Al HE CUUTANPWHATIKEG-BonONTIKEG Bepameies)
KoL 1 amo@uyn oelag emSelvwong TG TVEVHOVIKIG vOGoU Kal awpvidiov Bavdtov. INa ™
BeAtiwon ™¢ mowdnTag {wng Twv acbevwv ol otoxol sival 1 peiwon/eEa@dvion Tou
Tovou, TG Suvoavediag kal G KOTMwoNg 1N PEATIWON/ATOKATACTACN TNG PUOLKNG
SpaocTnNPLOTNTAG Yt KABNUEPIVEG aoxoAies Kal 1) BEATIWON GUYKEKPLUEVWV TTAPAUETPWY,
XPNOLUOTIOLWVTOG ELSIKA epYaAEia a&LlOAGYNONG, AVAAOYQ UE TO APXLKO «@OPTIO» TNG VOOOU,
™V NAkia kot to @vAo.

[lpdoata avakovwdnkav kat véeg katevBuvtipleg odnyies amd v Evpwmaikn opdda
epyaciag g vooouv Gaucher (EWGGD) mou mpocdilopiouv kal HaKpOTPOBETHOUG
BEPATIEVTIKOUG GTOXOVUS WG TIPOG TNV KIVITIKOTNTA, ETLTAOKEG ATIO TO NTIAP KL TNV EYKALPT
aviyvevon amwtepwv emmiokwv (IMivakag 2). Ou véol otdYol mePLAAUPAVOLY Kot
TOUPAUETPOUG TIOLOTNTAS NG, OTIWG HElWOT TNG KOTIWONG KAl KOW®WVIKY cuppetoxn. I
TPWTN QOPA LAALGTA CUUUETEXOVV Kol acBeveis atnv B€oTion Twv oTdxwVv TG Bepamelag
TOUG KAl UTIOAOYIZETAL ONUAVTIKA 1) dTTOYT TOUG.
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H Bepameutikn oTpaTyIK] GTOXEVEL 0TI OTUAVTIKT HEIWAT TOV POPTIOV TNG VOCOU.

H apywn §6om touv eviipov (860m e@od6dov) efaptdtal amd TN BapiTnTa TG 0CTIKNS Kal
OTIAQYXVIKNG VOGOU Kol TNV TOavotnTa €£EAENG Kol eP@AEvions vEwy emmAoKwy. 'ETol n
Socoroyia kabBopiletat cOPPWVA PE TNV OPASA KLVEUVOU.

H ovuvioctopevn apxtkn §0om yia tadid kat evijdtkes umAov kwvdvvou eivar 60 U/kg kat yia
xapunAov kwdvvovu 30-45 U/kg ava 2 eBSopddeg.

‘Otav 1 vooog otabepomomBei 1 6601 pmopel va pewwvetatl vmo mapakoAovdnon (Iivakeg
3,4).

H Bepameia ouvtipnong e@appdletal pe tn WKpoTepn 660m mou pmopel va Statnpel
oTafEPA TA CUUTITWUATA VTIO TAKTIKI TTAPAKOAOV O 0.

Awakom) TG Bepameiag 0dnyel mAvta o€ vTOTPOTN Kot €EEALEN TNG VOOOU.

Aev £xouv SieayOel peAétes ya v emidpacn tov evlOUov TV KUnon, v SLtEAgvon Tov
TAQKOUVTA, Kol TNV avATITLén Tou uPfpviov kat Tov Bpé@oug. AeSopuévou OUWGS OTL KATA TNV
kOnon, 1 emdelvwon TV Tapap€tpwv NG  voocov  (avaiulag, Bpoppomeviag,
opyavopeyoAlag) elval OPKETA OMNUAVTIKY, £XOUV aVU@EPBEl APKETEG TEPIMITWOELS
XOPNYNONG LULYAOUOGEPAGNG O OAN TN SLAPKELX TNG KUNONG UE TIOAU KOAQ ATIOTEAEGUATA.
'ETol o€ yuvaikes ou Sev £xouv Adfel Oepameia cuvioTdtal va Aappavetat v’ 6Ym to
evbexouevo évapénc Bepameiag mpwv tn cUANYN, ya BeAtiwon TNG KOTACTAONG TOUC. 2€
yuvaikeg mou Aén Aappavouv ERT Ba mpénel autr va ouve)iletal os OAn tnv KUNon. 2tn
BBAloypadia Kataypddetal onpavtiky sumelpio and e€EAEn kunoswv unmd Beparmeia pe
LutyAouoepaon, mou emiPBefalwvel OTL n xpAon g eival achaAng Kal avilotpédpel OAEC TIG
KAWLIKEG ekONAwoeLg TG vooou. H ERT elvar kaAd avektr). Mepimou 15% twv acBesvwv
OVAMTUOOOUV QVTIOWUOTA £VOVTL TNG LULyAouoepaong, Tou Opwg Oev emnpedlouv TNV
OTTOTEAECUATLKOTNTA TNG. AAAEPYIKEG avTidpdoelg €xouv avadepBel oto 6,6% Ttwv acbevwv.
TéAog n wyhouoepaon BEATLWVEL T CUCTNUATLKA CUULETOXH OTOV XPOVLO VEUPOTIOONTIKO TUTIO
™G vooou Gaucher (tumoc-3), xwpi¢ va undpyxouv dedopéva av avaotpédel, oTabBepomolel n
emPBpadUVeL TIG VEUPOAOYIKEG eMUTAOKEG. Nedtepa okeudopata ERT eival n BedayAouoepdon
TIOU TLOpAYETAL BLOTEXVOAOYLKA O avBpwWILVN KUTTOPLKN OElpd Kot €Aafe €ykplon amo tov FDA
kot Tov EMA to 2010 kat n taAlyAdoucepAon TIoU TAPAYETAL amo KUTTapa KopOTou Kal éAafe
€ykplon amno tov FDA to 2012.

NedTepn BepamevuTikn TPooéyylon eivat n peiwon tov pubpov cvBeo G TOU VTTOGTPOUATOS
(SRT), péow avaocTtoAng Tng ovvBetdong Ttou yAvkooepeBpootdiov. H mpaktikny ovuty
€ELOOPPOTIEL TN HELWHEVT] ATTOSOUNOT] TOU VUTTOCTPWHUATOS HE TN EAATTWOTN TNG TAPAYWYNS
TOU, EMIPEMOVIAS  OTNV  UTOAEITIOMEV]  SPACTIKOTNTA  TNG  UETOAAAYUEVNG
yAvkooepeBpoaiddons va amodounoet to GC, wote va amo@evxBel 11 cucowpevon Tou.
Evéeikvutal ommv voco TUTOL-1, Mmag €wg HETPLAG BapluTnTAg, O€ TEPLTTWOELS
OUUTITWUATIKOV aoBevwy, Yl Toug omoiloug mn evlupky Bepamela Sev e@appoletal
YTmdapyovv §0o Stabéoiua @APUAKA, 1| LIYAOUOTATN Kol 1) EAtyAovotdtn. H Spaoctikotntd
TOUG €xeL Tekunplwdel oAAd Sev ouvviotwvtal ce madld, e@EnBouvg Kot €yKUOUG.
Emonpaivetal 60Tt 8ev UTTAPXOUV CUYKPLTIKEG UEAETEG ATTOTEAECUATIKOTNTOG METAEY TwWV
TPOIOVTWY KABe Katnyoplag, oAAQ ot YeVIKEG YPAUUEG OL AVAOTOAE(S OYMUATIONOV
UTIOGTPWUATOG UTTOPOUV VX XPNCLUOTIOMBOUV 08 EAXPPOTEPEG HOPPES TNG VOOOU 1) HETA
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amd otabepomoinom xapnAov @optiov kal 510pBwon Twv ekdnAwoewv g vooou pe ERT.
‘ExeL emiong xpnowomnomBet cvvdvaopevn Bepamneia (ERT + SRT) oe acBeveig pe vdoo
TUTOV-3 €MELST] OL AVAGTOAE(G OXNUATIONOV VTTOGTPWUATOS UTTOPOVV KAl ELGEPXOVTAL GTO
KNZ. ElSika 1 €éAlyAouoTATT 0€ piot CUYKPLTIKY UEAETT] ATIOTEAECUATIKOTNTAG ATTOSENTNKE
To (8o Spactik pe T™MVERT otnv PeAtiwon O0Awv Twv gkSNA®Woewv Tng vOooUL Kol
evlelkvutal ylia T pokpoxpovia Oepameio acBevwv pe voco Tumov-1, ol omoiol
TAPOVCLAlOUY  TEPLOPLOUEVT, EVOLAUESN 1  €KTEVN UETAPOALKN  LKAVOTNTA TOU
KutToXpwuatos CYP2D6. Ttov mivaka 5 mapatiBevtal 0Aeg ol Stabéoiueg Oepameies yiax
GD mov gyouv Aael £ykplon amod tov Evpwmaiko Opyaviopud @apudkwv (EMA).

TéAog amo T apxés tou 1980 £xel emiyelpnbel mpoomabela ekpilwong ™G vOGOU UE

OAAOYEVT HETAPOOYXEVOT) HUEAOD TwV 0oTwV. H évbelen €xel eploplotel yia tov TOmO 3 o€
nepntwoelg vapéng HLA ocupBatol cuyyevikov §0t.

4.KAINIKH KAI EPTAXTYHPIAKH IIAPAKOAOY®OHXZH TQN AXOENQN

H taktiki mapakoAovbnon twv acfevmv mepAauBavel KAVIKY £E£TAON KAL EPYAOTNPLAKO
€Aeyxo Touddaylotov 1-4 popeg €INoiwg, avOAOYwS TNG €vePYOTNTOG TNG VOOOU Kol T1G
ATOTEAEGUATIKOTNTOG TNG OepaTmeiag.

ZTOV EPYNOTNPLOKO £AEYXO TEPAUBAVOVTAL XLUATOAOYIKEG Kol BLOXMUKES €EETACELG,
£AeYX0G TV e8IKWVY SEIKTWV NG VOoou (xltotploolddot, 0&vn @wo@atdaon, SACE) kat
OTELKOVIOTIKOG EAEYXOG TNG OPYAVOUEYAALXG KAL TNG 0O TIKNG VOGOU.

TéAog mephaufavetal Bacikr VELPOAOYLKN EKTIUNGON KAt TTapakoAoVONo.

0 mivakag 6 TepLypa@eL TOUG GEOVES TTHPAKOAOVONON G TWV AGBEVWV.
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5.IIAPAPTHMA

MMivakag 1. Oepanevtikol 6to)X0L 6T vOoo Gaucher

OepameuTikol 6TOYXOL XpovodSiaypappa

AwatoAoyikol
AmokatdoTtaon g avalpiag xwplis petayyloels:

AvEnon awooaipivng Hb=12g/dl (avépeg), Hb=11g/dl (yuvaikeg, moidia) 1-2 em
BeAtiwon g Opouomeviag

Ze Bapld BpopPotevia, aEnon APLOTETAAIWY O€ TIUEG ETAPKEIG 1-2 em
va amoTpEYPouv apoppayia, cuvnBwe = 30 x109/L

Ye pétpla Bpoppomevia, avinon atpometaAinwv x1,5-2 @opeg 10 £t0g
Amokatdotaon @uGloAoYIKoU aplOpol ALHOTIETUAIWY 10 £tog
(oe omAnvektounBévteg aobeveis)

ImAayyvikol

Meiwaon Tov 6YKoL 1TIaToG

- kata 20% - 30% 1-2 em
- kotd 30% - 40% 3-5ém
Meiwaor Tov 6YKoU GTIAN\VOG

- kot 30% - 50% 10 £tog

- katd 50% - 60% 2-5 ém
OoTtwkol
Meilwon 1 e€dAelym oo TIKOU TTOVOL 1-2 e
[TpoANYM 00 TIKWV KPIOEWV, 0GTEOVEKPWOT|G 1-2 e
BeAtiwomn ¢ 00TIKN G TTUKVOTNTAG (08 EVIALKEG) 3-5 €t
Emitevdn @uaolodoykns ootikng palag (oe madia) 20 €106
ATIOKATAOTAGT PUGLOAOYIKNG AVATITUENG (o€ TTaSLA) 30 £10G

Emtitevén @uoodoykns evapéng g epnPeiag

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

Hematol. 2004;41:4-14
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Mivakag 2. MakpoTtpo0ecol OepamevTikol 6TOX0L Yl vOoo 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)

Maintain 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 malignandies, including multiple myeloma, lymphoma and amyloidosis { Sources: input from patients, national
guidelines, literature search)
Early detection of solid tumours, including he patocellular carcinoma and renal cell carcinoma (Sources: input from patients, national guidelines,
literature search)
Early detection of parkin sonism/Parkinson disease (Sources: input from patients, national guidelines, literature search)
Early detection of insulin resistance and type 2 diabetes mellitus (Source: literature search)

Ceneral Proper education of the patient and his family about the disease and therapy (Source: consensus panel)
Early detection of signs and symptoms indicative of GD3, such as eve movement abnormalities (Source: consensus panel)
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Mivakag 3. EvijAikeg (>18 eTwv) pe vooo Gaucher: kprtipla ktvdvou

KatL 8oom

YymAoy kwdOvou (touvAdxlotov
£va ato Ta akoAovba)

XaunAoU kvdvvou (0Aa T TApAKATW KpLThpLla)

Apyxkn) 6601

60 U/kg kaBe Vo efdopadeg

30 U/kg k&Be dV0 efSopadeg

Kpimmpux

SUUTITOHATIKY avaldia 1 emineda
Hb <8 g/dl
AwometdAa<60.000/mm3 1 Tek-
UNPLWUEVT] TABOAOYIKY] XLLOCGTHOT
Evepyn ootk vooog

AlatapayEg NMATIKNG AetToupylog
N avénomn oykou>2,5 X (puoLoAoyLko
AvEnon 6ykov omAnvVoG>15 popég
TOU (PUOLOAOYLKOV

[Tvevpovikeg Slatapoyég

Ne@pikn voéoog

Méywom Tty Hb katd 2g/dl ukpotepn Tou
KATWTEPOU (PUOLOAOYLKOU 0pIlov KATA (PUAO Kal
NAwia
ApBuog
UETPTOELG
0otk vOo0G TIou TepPLOPLlleTAl OE 00TEOTEVIA
Kkat 810nomn tov pueAol TWV 06 TWV

Awometodiwv>60.000/mm3 o 3

'Oykog Nato6<2,5 opég Tov PualoAoyikov
'Oykog ommANVOG<15 opég Tou PuGLOAOYLKOU
DUGLOAOYIKN NTIATIKY, KAPSLOKY, AVATIVEVOGTIKY
Kal ve@pkn 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. Hodia ko e@1)fot (<18 etwv) pe véoo Gaucher: kpropla

KLWv8Uvou kat 8dom

YynAo kwdOvou (tovAdylotov | XaunAoy kwdvvou (0Aa Ta  akéAovba
éva amd Ta akoéAovOa KpLTnpla)

Apxwn 86on | 60 U/kg kaBe Vo efSopadeg 30 U/kg k&Be 600 efSopades

Kpitpla Hb>2g/dl HKpOTEPN tov | Hb<2g/dl pwkpdtepn TOU  KATWTEPOU

KATWTEPOV  (PUOLOAOYIKOU  KATA
VA0 Kol NAkia

AyometdAa<60.000/mm3 |
TEKUTPLWUEVY TaB0oA0YIKY)
alpooTaon

Avamtuélaxn votépnon
Evepyn ootk vooog

AlatapayEg NMATIKNG AELToupyiag
N avénomn 6ykou>2,5 X puGLoAoyLko

'0yxog 6TTANVOG>15% (pUGLOAOYIKOV
[TveupovoAOYIKES SLATAPAYES

Ne@pkn vooog

(PUGLOAOYLKOU 0plov KATA PUA0 Kt NAkia

ApBuoc Awpometarinwv>60.000/mms3 ot Tpeig
HETPNOELG

Ootwk] VvOooog Tou  TeplopileTal o€
ooteomevia kat SmBnomn Tou pLEAOD TwWV
00TWV

'Oykog NTaToG < 2,5 X (PUGLOA0YIKO
'Oykog 6TTANVOG < 15 X (pUGLoA0YIKO

duolooyikn NTOTIKY, KapSiakm,
QVATIVEVOTIKT KL VEQPLKT AELTOVPYIO

Andersson HC, Charrow ], Kaplan P, et al: Individualization of long-term enzyme replacement therapy
for Gaucher disease. Genet Med. 2005; 7:105-110
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Mivakag 5. Eykekpuéveg Oepameieg yix voso Gaucher amo tov

Evpwmaiko Opyaviopo Papuakmwv

ApaocTikn IpyAovkepaon MuwyAovetdatn BsAaylovkepdon EAwyAovotdtn
ovoia aApa
Ogpansvtiky | EvSeixvutal wg Evéeikvutal emi Evéeikvutal yw EvSeikvutal ya )
£vdedn HOKPOYPOVIX evNAlKwV aobevv | pakpoxpovia HOKPOXPOVLA
Bepameia pe NTa-péTpla to- | Bepameia eviuukng | Bepameia
€VIUKTG mov 1 GD, 6tav QVTIKATAGTAONG evnAikwv pe GD
UTIOKATAGTACNG Bepameia Y aoBeveig pe TO1ov 1 oL omoiot
oe TuToL-11 -3 €VILKNG vooo Gaucher tomov | TapovoLalovv
GD Tov 8ev UTIOKATACTACNG 1 TIEPLOPLOUEVT,
Tapovolafovv Sev pmopel va evlaueon 1
ocofapég xopnynOel eKTEVT HETABOAK
VEUPOAOYLKEG LKAVOTNTA TOV
eEKONAWOELS CYP2D6.
'Etog 1997 2002 2010 2015
£ykplong
(EMA)
TpoTmog ['a xprion pe To Zavesca pmopel | T'a xpnon pe Kaydakia per os
Xop1ynong evSoAEfLa va AneBel pen evlo@AEPLa Eyxvon | Mmopel va AngBel
£yxvom poévo Xwpig Tpoen Hovo He N xwpig tpoen
AocoAoyia H SocoAoyia 100 mgx 3 H ouviotwuevn 84 mgx 2
efatopkeVETAL UE | MUEPNOLWS 86om eivar 60 nuepnoiwg ot
Bd&on TV ektipunon povadeg/kg evLdpeon Kat
TV eEKNAWCEWV XopnyoUuevn kabe EKTEVT HETABOAK
™G vooou Sevtepn efdopada LKOVOTITA TOV
CYP2D6
84 mgx1oe
TIEPLOPLOUEV
peTaBoAkn
KavoTnTA
Mnxaviepnog H wylovoepdon AvaoTtoAéag tng TUUTAN PWVEL T E181x06
Apéong avtikadlota mv ouvBOeTAOoN G TOU avtikadiota m B- QAVOOTOAEQG TG
AT evqu ik GC. Mewwvel Tnv GBA, to évlupo mov | ouvBetaong Tov
EVEPYOTNTQ, TOGATITA TOV KA TOAVEL TNV GC, pewwver v
v8poAvovtag To UTIOGTPWUATOS v8podivon g GC Tapaywyn
GC, StopBwyvovtag Slopbwvovtag €ToL | UTIOOTPWUATOS
£TOLTNV APXLKN ™V apxLKn (SRT). H SRT
mabo@uatloroyia mabo@uatloroyia ouvdualdpev e
kal epumodifovtag kol epmodifovtag Slatnpnon
™MV EQLPAvLION ™V EQPAvION KATIOLG
Sevtepomaboug Sevtepomaboug SpaoTiKOTNnTAG
maBoloylag maboAoyiag ™¢ GPA
QATOTPETEL TN

ouvoowpevon GC
KoL apBAVVEL TIG
KALVIKEG
ekdnAwoelg
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Mivakag 6. KatevOuvtpleg o8nyieg yia tn ovvext{opevn

TAPAKOAOVON G TV AoOEVOV

AcBeveis og Ogpameia Eviupiknig Ymokatdotaong
Mn emitevin 1 un Emitevén Ye kabe aAdayn
Statpnon BepamevTikwy | BePATEVTIKWY Socoloylag N
AoBeveic ywpic Oepameia oTOXWV oTOXWV ONUOVTIKT KAWVIKY
oK
K&Be 12 priveg| K&Be 12-24 | KaBe 3 pfiveg]  Kade 12 KdBe 12-24 EmmAcKT
urjveg Hrjveg Hrjveg
Epyaotnplakog éAeyyog
[IANpN G Yevikn ailpatog X X X X
Hapapetpol Tng X X X X
Bloymukol deikteg X X X X
Xttotplootdaon X X X X
ZTAQYXVIKOG EAEYXOG
‘Oyxog EmAnvog (US 1 X X X X
CT) X X X X
‘Oyxog ‘Hmatog (US 1) CT)
0oTikdG éAey)0G

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

NevpoAoyikn| ektipnon, EAey)0G TIVEUHOVIKNG UTIEPTAONG, TTOpaKoAoVONon oldtntag {wig kabe 12-24 pnveg
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Iynua 1. Aty poppa P T 6TPATN YLK QVTIUETOTLONG TG VOGOU

'‘Evapén Oepaneiag

OAoxAnpwuévn Apxikn Extipnon

Tov acBevovg

|

Y100£tnom cuykekpLUEVWY
OEPATIEVTIK®V ZTOXWV

/

Emtidoyn E€atopikeupévng
Aocoloyiag

y

Extipunon kataotaong pe
TOKTLIKI TIapakoAovOnon

l

0XI

Emtitevén

I3

la cuvtipnong

Oepame

OepaTEVTIK®WY ETOXWV [

NAI

v
Awxtripnon

lIpooapuoyn
E€atouikevpévng
Aocoloylag

A

0XI

OEPATEVTIK®WY ZTOXWV

NAI

A 4

Extipunon kataotaong pe
Taxtwkn MapakoAovbnon

TaxTikr emavekTiunomn kat
EVNUEPWOT TWV OTOYXWV

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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