Vil. Llenn ®Pepepaumm nauuMeHTOB C  peakumm
3aboneBaHusmu LleHTpanbHon u BoctouHon EBponbl

OpraHu3aums nauneHToB ¢ peakumm 3abonesanusmn LieHTpansHoi u BoctouHoi EBponbl
6bina cosgana 25 uons 2010 roaa B Monblue.

OpraHu3auusi MMeeT crepyowue Lenu:

«  [JeiictBus B obnactu cotpyaHuyectaa cemeit ¢ MPS v kpaiiHe peakvimu 3abonesaHnsimm
B LieHTpansHoi u BocTouHoi EBpone,

¢+ 0bpaTuTb BHUMaHWe OBLECTBEHHOCTH Ha Mpobrembl naumeHToB ¢ AnarHodom MPS
1 KpaitHe peskumn 3aborneBaHusMU,

+ co3faHue (hOHAOB MOMOLLY Ansl BCEX, KOTO KOCHYMUCH KpaiiHe peakuie 3abonesaHus.

@ KAK?

*  C MOMOLYbI0 Pa3BUTUS B3aUMHBIX KOHTAKTOB MEXOY CEMbSIMU, KOTOPbIE BOCTIUTLIBAKT
neTen ¢ anarHosom MPS 1 kpaitHe peakummu 3aboneBaHusamu,

*  C MOMOWbIO EXEroaHblX KOH(EPEHUMM, BO BPEMS KOTOPbIX POAUTENNA M BpauM-
CreLyanuCcTbl MOryT BCTPETUTLCS M 0GMEHATLCSA HEOBXOAMMOI MHopMaLe,

+  crnomoLybto nybnmukaLmi, a Takke paauo, TenesuneHus u VIHTepHeT, rae uHgopmaums
afpecoBaHa BCeM TeM, KOro KOCHynuch npobnembl GonbHbx MPS 1 kpaitHe peakux
3abonesaHuii,

*  C MOMOLbI0 PacnpoCTPAHEHUS MEAMLMHCKUX 3HaHWIA M3 0BnacTu KpaiHe pemkux
3abonesanuit 1 MPS co Bcero mupa,

*  CTIOMOLLbIO MOMCKA CMIOHCOPOB ¥ GNaroTBOPUTENbHbIX OPraHU3aLLyiA, A0TALMN KOTOPbIX
MOryT Mocnoco6CTBOBaTh OkasaHMio nomowm AetsM ¢ MPS u kpaitHe penkvmu
3a60reBaHNAMM, a TakKe UX POAUTENAM,

*  CMOMOLLbI YNyYLLIEHWUS KaYeCTBa XIU3HW BOMbHbIX MyKONONMCaXapuao3oM U peakuMu
3aboneBaHnsIMK Bo BCex rocyaapcteax LieHTpanbHoit u BoctouHoii EBponl,

*  -C MOMOLLbIO COBMECTHOW OpraHM3aLyy BCTPEY W TEMATUYECKUX MEPOMPUSTUI, Lienb
KOTOpbIX CO3[4aHWE M PacnpoCTpaHeHUe MH(OPMALMM O HOBbIX METOAAX NeveHus
penkux 3abonesaHui,

. C MOMOLLbIK OKa3aHuA [aBneHus Ha rocyaapCTBeHHbIe BMacTu C LEenblo obecneyerus
60nbHbIX C pegkumn 3abonesaHNsiMM 0COBLIM MEAULIMHCKUM yxogom,

¢ C MOMOLbKO CTUMYMMPOBAHUS Pa3BUTUS Hay4YHbIX WMCCrEdoBaHWA W B3aUMHOrO
COTPYAHMYECTBA CreLmaniucToB 13 obrnactu KpaitHe pepkux 3aboneBaHuii B CTpaHe
11 3a pybexom,

*  C TOMOLbI OpraHM3aLMW MeXOYHapoAHOM CEeTW COTPYAHMYECTBa henepaLui,
3aHumatomxcs MPS, Bo Bcem Mupe.

He Tepsite BpeMeHu - u Bbl MoxeTe HamMm Nomoub!
Mopaepxute Tex, kKOMy Hy>Ha Bawa nomolb!
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MPS VI JlutBa

: 36

MPS VI JlutBa

Fpe MOXHO TMNPOKOHCYNLTUPOBaTbLCS MO BoOMpocy
MyKornornucaxapuaosa u peakux sabonesaHunin?

WHdopmauuto no noBoay ANArHOCTUKM, NieYeHUs
M MeAULMHCKOro yxoAa MOXHO MOSy4uTb Y YsieHOB
npaeneHua OpraH13auumu NauMeHToB C peaKumMmu
3aboneBaHusimu LleHTpanbHow u BoctouHon EBponbi

s
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Q CBsXXUTeCb C HaMU U CKaXxuTe, kKak Bbl mornu 6b1 Ham

nomoyb! BonbHbIM AeTAM HyXXHa Bawa nomowb!

depepauyst naLmeHToB ¢ peakumin 3abonesannsiMu 3 LieHTpanbHoit  BoctouHoii EBponbl
05-503 mockoB, yn. PagHbix 9A, 05-503 Gloskéw, ul. Radnych 9A
Ten.: 022 757 81 29, cpakc: 022 757 81 97
www: frd-cee.org

Homep 6aHkoBckoro cyeta (EURO):

Bank PKO S.A. Otgenenue B Bapluase, yn. fActa 1
Accoumauus naumenToB ¢ MIC s Pegkue 6onesnn
Homep pacyeTHoro cyeta: PL 39 1240 6175 1978 0010 3607 2502
MvH kog — PKO PPL PW ¢ nomeTkoii — ®epepauus

OpraHu3auus naumeHToB ¢ peakimm 3abonesanusmu LieHTpanbHoi v BoctouHoi EBponbl
3aper1cTpupoBaHa B NoBSTOBOM cTapocTse B [lsiceuHo, Monblua

Bepa, Hadexda, nto60eb — ce200Hs,
yxo00, nomowb, 3aboma - 3aempa!

depepauumsa NauMEeHTOB C peaKuMMU
3aboneBaHnAMU U3 LleHTpanbHOM
nm BoctouHoun EBponbl




I. Mo4yemy 6onbHbIe c auarHozom MPS 1 gpyrumm kpanHe
peAKkMMM 3ab6oneBaHUAMM He MOryT HOpMalibHO
pasBuBaTbcaA?

lMoTomy Kak CTpapaloT OT Tak HasblBaeMoro mykononucaxapuposa (MPS), a Takke apyrix
peakvx 3aboneBaHuii, KOTOPbIE MPeACTaBNsOT COBO YrPO3y XKu3HN 1 ABNAKTCA NPUYMHOR
pas3BUTUS B OpraH1ame 6oMbHOr0 MHOTOUMCNEHHBIX KaK (PM3NYECKHX, TaK 1 MCUXONOTYECKMX
HeaomoraHuii!

371K 60ne3Hn pa3BMBaKOTCA U NPOrpeccupyroT

— MOMOruTe HaM UX OCTaHOBUTbL!

Il. Yto ABNsieTCA NpUYMHOM 3TUX 3aboneBaHUN?

B 3aboneBaHusix, Ha3blBaeMbIX MyKONonucaxapao3amu, NPUUNHON SIBMSIETCS HapyLLeHue
obmeHa BeLLecTB. «Myko» - 3T0 CMu3b, ,poly” — MHOTO, @ caxapubl — 3T0 YacTULbI caxapa.

Mykononucaxapuabl — 3TO AMWHHbIE LEMOYKM YaCTWL, caxapa, KOTOpble MpUHUMAIOT
yyacTie B CO3AaHUM COEAUHUTENBHON TKaHW B OpraHU3Me (XPSILLW, CyXOXWUMNS, Koxa W T.4.),
C NMOMOLLbO ONPEAENeHHbIX SH3NMOB OHU PaCcKMadblBatOTCA HA COCTaBHbIE YacTy, YToObI
NoTOM GbITb CO3AAHHBIMU BHOBb.

[ins atoro npouecca Heobxoanmo kak MWUHIMYM LLECTb 13 NPOM3BOAMMBIX B XMBOI KneTke
OpraHN4eckux CcoeauHeHuin. Y OGOnbHbIX O4eHb peakuMM 3aboneBaHusMM He XBaTaeT
onpeaeneHHoro 3H31Ma, YTo MPUBOANT K HapyLLEHWIO BCero npoliecca. B utore npoucxoaut
OTNIOXKEHWe caxapa MIK CIIOXHbIX KWPOB BO BCEX TWUMAax COEAMHUTENBHON TKaHW, KOTopas,
B CBOI oYepenb, MOCTENEHHO paspyLiaeTca.

OAVH YernoBeK He B COCTOSIHUM MOMOYb TSDKENOGONbHbLIM AeTAM

— TONbKO BMECTe Mbl MOXEM CNacTU UM XU3Hb!

lll. Nouemy Tak npoucxoauT?

3abonesaHusi, KOTOpble Mbl OTHOCUM K KpailHe PefKuM, HacnepytTcs OT 3[0pOBbIX
pOAMTENENA, KOTOPble HE 3HAKT, YTO SBMSNTCS HOCUTENSMM TEHOB C Aedektamu. Ecnu
POANTENM UMEKOT reHbl C fedeKTamm, TO CyLLECTBYET BEPOSTHOCTb, YTO U BCE WX AeTH ByayT
uMeTb nogobHble 0cobeHHOCTU. JTwwb B criyyae ¢ 3abonesannem MPS tun Il Hunter Tonbko
KEHLUMHa MOXeT ObITb HoCUTENEM 3ab0reBaHus. .

MPS — 310 TONbKO COKpalueHne OT NONHOFo Ha3BaHUA GonesHu,
noao6HO KaK CoKpalleH Nepuos Xn3Hu 60nbLHbIX AeTeN...

MPS lll Monbwa

MPS IV A YkpauHa
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MPS IV Akytusa, Poccus

IV. Yto panblie?

Tparegvein niogeit C kpailHe peakumu 3aboneBaHWsMW sBRSieTCH ferpagjaums - kak
u3nyeckasi, Tak M YMCTBEHHas. OTW NKOOM POXLAKTCH Kak HOpManbHblE 3[0pOBble
[eTu, TONbKO CNycTs onpefeneHHoe BpeMsi 6onesHb HauMHaeT MposBNATLCS Bce Gonee
SBCTBEHHO, YTOObI SIBUTBCS MPUYMHONA OYEHb CEPbe3HbIX M3MEHEHWN, KOTOpble BeayT K
TOMY, 4TO fieT, Tak Mobumble, Gyay4n ManeHbKUMW, MO3AHEE CTAHOBSTCS TPYAHBIMM A
1 BOCTIPUSITUS OKPYXatOLLMMM, 1 B BOMBLUMHCTBE CIy4aeB, K COXaneH!Io, He JOKMBYT fiake
[0 COBEpLUEHHOMETHS.

Bepa, Hagexpaa, nto6oBb — cerogHs,

yxoA, noMolb, 3a6oTta — 3aBTpa!

V. Kak pumarHoctupoBatb MPS wu KpanHe peakue
3aboneBaHusa?

B BocTouHoM EBpone HaM U3BECTHO 7 OCHOBHbIX BUAOB MyKononucaxapugosa:

MPS Tun | — cuHppom Mypnep-Leite
MPS tun Il - cuHgpom Hunter
MPS Tun Ill - cuiapom Sanfilippo
MPS tun IV - cugpom Morquio
MPS tun VI - cuHgpom Maroteaux-Lamy
MPS Tun VII - cuHapom Sly

Hawa opraHusauus, Takke, 3aHMMaeTcs Onekoil GOmMbHbIX €O  CreayrLLMMmu
3aboreBaHusMM, Kyda BXOAST MAUMEHTHl C OYeHb PEAKMMM AMarHo3amu, KoTopble
CBS3aHbl C MeTabonMamMoM, @ WMEHHO: C  MYKONWMWAO30M, MaHHO3UAO030M,
cHanupo3oM, (hyKo3vMao3oM, FaHInMo3upao3oM, cuHApomom [lomne, CMHAPOMOM
Hemana-livka, BonesHb [owe, 6Gone3sHo ®abpu, Epidermolysis GynnesHoi
(EB), cuHppomom Kpa66e, uepouponunodycLuHo3oM, cuHapomom [anucrepa-
Xonna, romouucTbiHypueid, cuHapomom HSS XannepsoppeHa - Llnatua
NBIA, meToxpomaTtuyeckoit nenkoguctpochmen (cynbcpatupos) wta.  [uarHos
MyKononucaxapiaosa, a Takke Apyrux kpaiiHe peakux 3aborneBaHui CTaBUTCSH HA OCHOBE
AeTanbHbIX KIWHWYECKUX MccnepoBaHuin. Havbonee xapakTepHble npusHaku MPS aro:
YBENWYEHHbIE YepTbl NWLA, CyAOPOrM B CYCTABaX, KOCTHbIE WM3MEHEHWs, yBENUYeHue
neyeHn U ceneseHkn. [pu HEKOTOPbIX TUMAX Takke HabmioAalTCs: WU3MEHeHWs
B CEpLeyHol AesTenbHOCTH, MOMYTHEHNE POrOBULIbI F1a3a, YXYALIEHUe cryxa, Marblit pocT
11 MPOTPeccmMpytoLLasl yMCTBEHHas OTCTanocTb.

JleyeHue, BoccTaHOBMEHUE U O0COGLIN MEAULIMHCKUA yXon
OYeHb AOPOroCcTOsILLM, HO XU3Hb YerioBeka U, 0CO6eHHO,

pebeHka - 6ecueHHall!
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[ata pernctpauum B EC

08.07.2002
08.2010

HasBaHue nekapcTBeHHOro npenaparta

HepocTarowmin 3H3num

HasBaHue 3abonesaHus

Cerezyme®
Vpriv®

6eTa-rntokoLiepebpoanaasa

6eTa-rniokoLiepebpoanaasa

BonesHb Mowe

10.01.2003

Fabrazyme®
2003

anba-ranaktosugasa A

Replagal®

anba-ranaktosugasa B

BonesHb ®abpu

10.06.2003
29.03.2006
01.2006

Aldurazyme®
Myozyme®

anba-Jl-naypoHugasa

T1n Xypnepa (MPS I)

anba-rniokosvaasa

cuHapom Momne (rnukoreHo3 Tuna |l)

Naglazyme®
Elaprase®

apunocynbartasa B

cuHgpom Mapoto-famu (MPS VI)

08.01.2007

CcynbhaTasa-nuaypoHIH

cuHapom Xantepa (MPS 1)

KnuHnyeckune uccnenosaxus

anbda-MaHHo31a03

MaHHO31a03

KnuHuyeckue uccnepoanms

ranakro3o-6-cynbarasa

cuiapom Mopkuo (MPS IV A)

Takxe, YTO KacaeTcst OCTanbHbIX Peakux 3aboneBaHuii; BO BCEM MUpe BedyTCa UHTEHCUBHbIE KNUHWYECKMe UCCneaoBaHns, Lenb KOTOPbIX COCTOUT B M306peTeHVIVI 3 deKTUBHBIX METO0B BBEAEHMS

, AOMKHa Haxo4uTbCs No4 ONeKoW KOHCYNbTaLMOHHbIX

GEHOK,

i pel

60nbHO

, B KOTOPOWN poauncs

6aTbIBAETCA CaMOCTOSTENbHO. Kaxaas cembst
MEJMLMHCKMX LIEHTPOB, 3aHUMAIOLMXCS BOMPOCaMM MeTabonmama, rae MOXHO MONyYuThb: COBETbI OTHOCUTENBHO TEeHeTUYECKUX 3aBONeBaHuil, MOXHO, Takke, BOCTONb30BATLCS NPEANOXEHUEM NO

npeHaTanbHoN AWarHoCTUKeE

, KOTOpbIA UM He BbIpal

B OpraHuam 6ombHOMO 3H3VUMa

, T.e. 0bHapyxeHuto 3aboneBaHus yxxe B X0ae NepBbix MecsLeB 6epeMeHHOCTI, KpOMe 3TOro, MOXeT ObiTb YCTaHOBMNEHa HACNEACTBEHHOCTb CPEAM UNEHOB CEMbM.

JleyeHre BOMOXHO UL B TOM Clyyae, eCriv HaM yAacTCsi NONyYnTL (PUHAHCOBYHO MOMOLLb.
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