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COJIEPKAHUE:

HeckonbKo C10B 0 XypHane

Penkui fieHb

ObLwecTBeHHble opraHu3aummn Poccum
MexayHapOAHble 00LeCTBEHHbIE OPraHW3aLMu
LleHTpbl no neveHunto penkux bonesHen B Poccum
Bectu u3 pervoHos

3HaKOMbTECh: Mbl - pefkue

[pocTo 0 CN0XHOM

HoBoe B neyeHuu

Hawm ncropum

Ham HyxHa nomoLub

01

02

03

04

05

06

07

08

09

10

11



PEJIKIE, BOJIE3HI

8 Poccuu

HeckoJ/IbKO CJI0B O KypHaJie

Ne01 /2012

HecCcKo0JIBKO CJIOB O KYPHaJIe

Jlopozue dpy3bsi!

Mbl pagpl MO3ApaBMTb BCEX C BbIXOLOM MEpBOr0 HOMepa
XYpHana npo peakue 60ne3Hu B Halwew ctpaHe. Peakux bone3Heit
04YeHb MHOr0 - MO OLEHKAM 3KCNepToB - OT 5 Thicqy A0 7 Thicsy!
Bce OHYM OueHb pasHble, HO y CeMeli, KOTOpbIe CTONKHYANCH C 3TOM
npobnemoii - MHoro obuwero. [lpexpe BCero, 310 BOMPOCHI
AMArHOCTUKM W NedeHuns, peabunutaLmm 1 CoLManbHOM Mo aEPXKKH.
Takxe B Cuny peakocTu CBOero 3aboneBaHWA NaLUMeHTbl U CEMbH
YYBCTBYKT Ce6s M30AMPOBaHHbIMM W 6GpoweHHbIMU. [n9
DOMbLIMHCTBA pefkuX 3a00neBaHuit 3G HeKTUBHbIE METOALI Tepanuu
He pa3paboTaHbl, HO C KaXAbM TO4OM MOABAAOTCS  HOBblE
BO3MOXHOCTM JeyeHus. Ho  Tak Henpocto nonyyuTb BCH
HeobX0AMMYH0 MOMOLLb, TaK CIOKHO 3aLUMTUTh TeX, KOrO Mbl IOUM.
Mocne peBOMIOLMOHHBIX 3aKOHOAATENbHBIX MHULMATUB B HaLlel
CTpaHe HeobxoamMmo, 4Tobbl MHDOPMaLMK O peaknx 3ab0neBaHNsX
CTaHOBMNOCb OOnblue, YTOBbI BCE KTO HYXAAETCS B NOAJEPXKE,
CMOTMIM €e HalTW, UMEHHO MO3TOMY  OPraHW3aLMu MaLMeHTOB,
06beaMHUBLIMCb, PELIMAM U3aBaTh ITOTXKYpHan.

RARE

=

B 31oM xypHane Mbl Bynem pacckasbiBaTb 06 06LECTBEHHbIX
OpraHu3aumuax, KOTOpble NOMOralT CeMbAM  C peaKuMU
3a00N1€BaHNAMM, 0 MEOULMHCKUX LEEHTPAX, 3aHSTbIX AMArHOCTUKON
W NeYeHneM peakux bonesHen u, KOHEYHO, 0 PeaKuX MIOAsX - UX
npobnemax, xenaHusx, aenax, yaadax. K kaxgomy Homepy xypHana
OyaeT NpunoXeH AMCK C AOMOJHUTENbHOM WMH(BOPMaLMeid. IToT
HOMep BbIXOANT B 3HAMeHaTeNbHYH AaTy - 29 GeBpans - BceMupHbii
[Jlexb penkux bonesHei. Ha AUCK K 3TOMy HOMepy Mbl 3annUCcany Bce
UCTOpUM, BUAEOPOAUKM (oTOrpadmu M PUCYHKM KOTOpbie Obiu
OTMPaB/eHbl HaM Ha CaWT, NOCBALLEHHDIV [IHI0 peakux bonesHeid
www.rarediseaseday.ru. Hag cosgaHuem 3T0ro caifta pabotanm
MHOrMe 0OLLEeCTBEHHbIE OPraHW3aLMW U OYEHb BAXKHO, Y4TO B 3TOM
rogy MWHUCTEpCTBO 34,paBOOXPAHEHMS U COLMANBHOTO Pa3BUTHS
Poccum nopepxano nNoArotoBKy U NpoBeLeHMe MeponpuUsTUii Ko
[lHt0 penkux bonesHeli B Halwe CTpaHe.

@2

29.02

AEHb PEAAKKX

JABONEBAHMA
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8 Poccuu

PeaKuu neHb

[leHb Penkux 3abonesanuii nposogutcs 29 despans (unm 28
deBpans, eciu ro, He BUCOKOCHBIN). 3T0T [leHb Havanu 0TMeYaTb C
2008 ropa no uwmuvawee  EURORDIS - EBponeiickoi
OpraHu3aLum no peaKuUM 3aboneBaHUsAM.

B Poccum 310T fieHb 0TMEYaeTCs ke yeTBepTbiii rog. [lns Bcex
TeX, KTO KaX[bl JeHb CTaNKMUBAETCS C peakuMu BonesHamm - 310
OrpoMHOe 1 BaHoe cobbiTne! Kaxablii pa3 TeMatuka «[IHs peakux
3aboneBauit» pa3Hasn.B 2012 rogy Tema: «ConmpapHOCTbY.

Llenb atoro [JHS - npuBneyb BHMMaHMe OpraHOB BAACTU W
00LLeCTBEHHOCTU K npobneMaM Ntofei, CTpafallLmx peakummu
(opdaHHbIMK) 3ab0n€BaHMSMM, CTUMYNUPOBATb  PeLUEHME 3TUX
npobneM. B nepeylo ouyepenp  4epe3 CO3faHWe aANrOPUTMOB
CBOEBPEMEHHO [AMArHOCTUKM 3a00NEBaHWA M NpeaoCTaBNeHUs
nauueHTam nevexns. Tonbko 06beaMHMB YCUAMS FOCYOApCTBA M
06LecTBa MOXHO peLmnTb IPoBaeMbI 3TUX NH0AEN.

MpakTnyeckn B Kaxpon ctpaHe 29 deBpans npoiayT akumu,
KOH(epeHUMM 1 Apyrue MeponpuaTAS B MOLLEPXKY Mtofen C
penK1MU BoNe3HAMM.

B Pocon 1 ¢eBpanﬂ cTapToBana
Bcepoccuiickan GnarotBoputenbHas akuus B
NoOAAEPKKY N0Aed, CTpafaloWuX peaKuMM
3300/1€BaHUAMM.

ConupapHoCTb € NWAbMU, CTPAAAWHUMK pPeaKUMU
3aboneBaHMAMM, yyacTue B peweHun npobneM, ConpoBOXAAIOWMX
MX )KM3Hb, - [MABHAA TeMa 6naroTBOPUTEbHBIX MEepOMNpUSTHHA,

KoTopble ByayT NpoBOANTLCS Ha (eaepanbHOM YPOBHE U B per1oHax
BTeyeHue Bcero hespans.

WHuumatopamn npoenenns [Ha peakux bonesqei B Poccum
(Tanu 0obLecTBeHHbIE OpraHM3aLu, BnaroTBopuTenbHble QOHMbI,
CoBeT noO 3alWuTe npaB nNauMeHTOB npu MuHucTepcTse
3[lpaBOOXPAHEHNS 1 COLLMANbHOrO pa3suTus PO.

Cocrosinucb 3acefiaHus KpYMbiX CTONIOB MO NpobnemMam peakux
3ab0neBaHnit C y4yacTMeM BeLyWMX Bpayeil, y4eHblX W
UCCNefoBaTeNei, NpeAcTaBuTeNeli OpraHoB 34PaBOOXPAHEHUS W
00LLECTBEHHOCTM B BO MHOrMX ropofax Poccuu, nposeneHbl
obuiectBeHHble akumu «Cap penkux BonesHeirs, «MucbMobym»,
OpraHW30BaHbl  COBPaHMUS MaLMEHTOB B perMoHax, NOArOTOBEHbI
BMAE0-00palleHns NaUMEHTOB C peakuMu 3aboneBaHusmu. Mpu
Y4aCTUM NALMEHTOB M OBLLECTBEHHBIX OpraHuU3aLMit NOATOTOBAEH
UMKN nepefay, NOCBAWEHHbIX peakum GonesHam. [ospobHee
MOXHO Y3HaTb 0 MEpPONPUATUAX Ha CailTax: www.rarediseaseday.ru.

B 3107 fieHb B 12 yacos no puHBKUY MOAM M3 pasHbIX CTpaH
BCTaHYT M NOAHWUMYT PyKM BBEPX C OTKPbITBIMM NAZOHAMU B 3HAK
CONMAAPHOCTM M NOAJEPXKKM BCEX, KTO B 3TOM Hy)AaeTcs. Ecam Bbl
XOTUTE MpPUHATL y4yacTMe B 3TOA akuuu - OTNpaBnsiiTe CBOM
dotorpagun Ha appec Bcepoccuiickoro obWECTBA peakux
(opdaHHbIx) 3a6oneBaHuit; vooz@bk.ru.

Bce dororpaduu GyayT BbLIONKEHbI
Ha caite www.rarediseaseday.org.
http://rarediseaseday.ru/
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M3BectHo 6onee 6000 peakmx
6onesHeit.

o Mepe pa3BuTis HOBbIX
METO/A0B IMArHOCTUKKU CNUCOK
penkux bonesHei nononsercs
BONbLUMHCTBO M3 HUX - HACNex-
CTBEHHbIE, HO HEO6X0LUMO
MOMHWUTb, 4TO  HEKOTOpble
TeMartonoruyeckue, OHKONoM-
Yeckue , ayTOUMMYHHbIE U
MHDEKLMOHHbIE 3aboneBaHms
TaKKe OTHOCSTCS K YMCIY PEnKUX.

M3BectHo 6onee 200 penkux
3aboneBaHui, 4ns KOTOpbIX
pa3paboTaHbl METOZb! NIEYEHMS.

BbicokoTexHonorMyHble
NeKapCTBEHHbIE Mpenaparbl,
TpaHCNNaHTaLMA 0praHoB 1
TKaHe#, CnewanbHoe nevebHoe
MUTaHUe NPUMEHSIOTCS AN
JIeYeHus pekux bonesHeit

OpdaHHble npenaparl -
NeKapcTBeHHble CPeaCTBa ANs
NeYeHNs, ANarHoCTUKM U
npodunakTvkv peakux 3abone-
BaHW. boNbLUMHCTBO 3TMX
MpenapaToB OTHOCATCA K KaTero-
pyM OPOrocTosLLMX 1 TpebytoT
onpezeneHHoM rocyaapcTBeHHON
NONUTUKK ANA NONYYEHNUA [OCTYNA
MaLMEHTOB K Criewduyeckomy
NeYeHuUI0.

KpuTepuu otHeceHus npenaparos
K YMCNY CUPOTCKUX YCTAHOBNIEHBI B

CLUA v B EBpocotose 3akoHOAATENbHO.

cTaTyc «op(haHHbIX»

AHTMOHEBPOTUYECKHUIA OTEK HACNELCTBEHHbIN
bone3Hb HumanHa-Muka Tn C
bonesHb Bunbcoxa-KoHosanosa
bonesHb lowe
Mykononncaxapupo3 tun |
Mykononncaxapunos tn |l
Mykononncaxapupos n VI
bonesnb Gabpu
bonesHb Momne
BpoxneHHas HepocTatouHOCTb daktopa VI
BpoxaeHHas HenocTatoyHoCTb daktopa Il
BposxaeHHas HepocTatouHocTb akTopa Vil
BpoxaeHHas HefoctatouHoCTb dakTopa IX
BpoxpeHHas HegoctatouHocTb daktopa X
bone3Hb Bunnebpatzaa
BpoxaeHHbil nedmumt npotenta C
HenoctaTo4HOCTb aHTUTPOMOMHA
[oMouucTUHYpUs
Mopdupus neyeHouHas
LnctuHos
lepBuyHas HepocTatouHoCTb IGF-1
Henoctato4HOCTb OPHUTUHTpaHCKapbamMunasbl
HepocratouHocTb kapbamoundocdarassl
AprUHUHSIHTapHas aunaypus
Lutpynnnnemus
Mavnonatyeckas TpombouuToneHmyeckas nypnypa
Cuuapom Mpagepa-Bunam
[Mnodu3apHblit HaHU3M
TuposuHemus anl
JleroyHas apTepuanbHas runepreHsus
®enunkeToHypus (BH4-3aBucumas dopma)
HepocratouHoCTb apeHo3nHAeaM1Ha3bl
bokoBoit amuotpodmyeckuii cknepos
[MNOroHafoTPONHbIN TMNOTOHAAN3M
N-auetunrnytamar cuHTeTasbl HeOCTaTOYHOCTb
Xonoposas nmxopaaka (cuHapom CINCA)
Mykosucumaos
bera-Tanaccemms
Penkue hopmbl aHemuii
(Capkoma MArkux Tkaei
JcceHuManbHas TpombouuTeMmus

Pepkue 3a6onesanus, ang ne4eHUs KOTOPbIX
NPUMEHSIOT Npenapartbl, KOTOpble He OTHOCATCA

K KaTeropuu «opdaHHbIX»

AppeHoreHuUTanbHbIA CUHAPOM
M30BanepuaHoBas auuaypus
[omoumcTuHypus
TMpULOKCHH-3aBUCHMbIE CynOpOTU
M1puoKcanb-3aBuCHMble Cynoporu
HapyuweHus Metabonmsma onnesoit KUCnoTbl
[unomarHesuemus
MeTtunmanoHoBas auuaypus
MuonaTus ¢ HefoCTaToYHOCTbH KO3H3MMa Q
MykoBucumao3
HapyweHus rukosunmposanus Tvn 18
HepnocratouHocTb BUTaMuHa E
HepnocratouHocTb 6MOTUHMAA3bI
HepnocTaTouHOCTb OpHUTMHTPaHCKapbamMmnasbl
lepBuyHas HeQOCTaTOYHOCTb KAPHUTUHA
HecoBepLueHHblit ocTeoreHe3

PEAKUE bOJIE3HH - HEMHOT'O CTATUCTUKH

Penxue 3a6oneBaHus, ans Ne4eHUs KOTOPbIX
NPUMEHSIOT Npenaparbl, KOTOPbIM NPUCBOEH

Penkue 3a60neBaHus, A9 IEHEHNS KOTOPbIX
NPUMEHSKT TPaHCMIAHTALMI0 OPraHoB
M TKaHeil

Anbda-1-aHTUTPUNCMHA HEJOCTATOYHOCTb
bone3Hb HumanHa-Muka an Au B
bonesHb Kpabbe
bonesHb BunbcoHa-KoHosanosa
lunepokcanypus vn 1
[emodarouuTapHblin AMMGBOrucToLmMTo3
[nukoreno3 la un
TnukoreHo3 I8 Tn
lukoreHo3 IV n
Tnukorenos Il Tun
Metaxpomariyeckas neikogucrpopus
CeMeliHblit BHYTpUMEYEHOYHbIN XonecTas 1 Tun
CeMeliHblit BHYTpUNEYEHOUHBIN XonecTas 2 Tun
CeMeliHblit BHYTpUMEYEHOYHbIN XonecTas 3 Tun
X-cuenneHHas agpeHoneikoancTpodus
NeiiumHos
MeTunmManoHoBas aunaypus
HenocTatouHOCTb OpHUTUHTPAHCKap6aMmunasbl
Mykononncaxapupos Tin | (cuuapom ypnep)
Mykononucaxapuaos tn Vi
CuHapom Anamxunst
MMmyHopeduLmTbl

Penkue 3aboneBaHus, ona neveHus

KOTOPbIX NPUMEHAIOT neye6Hoe NuTaHue

ApruHuHemms
[anaktozemus Tn |
lanaktozemus Tin |l
Tanakrozemus Tin Il
bone3Hb Pedcyma
TnyTaposas aunaypus vn 1
[oMoumcTUHYpUs
M30BanepnaHoBas aumuaypus
NleiunHo3
MeTtunmanoHoBas aumaypus
MykoBucumno3
HepnocraTouHOCTb ANMHHOLLENOYEYHOI 3-rapoKCHUaLmMA-
KoA-pernaporeHasbl XupHbIX KUCIOT
HenocTatouHOCTb OpHUTUHTPAHCKapbaMmunasbl
HepnocratouHoCTb TpaHcnopTepa mitoko3bl 1
Tupo3uHemns Tvn |
(MeHnnKeToHypus
(DpykTozemus
X-cuenneHHas agpeHoneitkogucTpodus
Uwntpynannemus
HezocTaTouHOCTb 04YeHb ANMHHOLEeNOYeYHOH aumn KoA-
[LervaporeHasbl XUPHbIX KUCNOT
HepnocratouHocTb kKapbamonndocarcuHTeTasbl
MponuoHoBas aumaypus
HenocTatoyHOCTb apruHMHCYKUMHAT-1MaA3bI
HepnocratouHoctit N-auetunrnyTamMaTcunTeTassl
HepnocratouHocTb neverouHoi CPT 1
HepnocratouHocTb neveHouHoi CPT 2

Yucno pepkux 3aboneBanmii, Ans KOTOPbIX
pa3paboTaHbl cneLanbHbie METOAbI IeHeHus
YBENMYMBAETCSA C KX AbIM rofom!

Jleyenue penkwx 3abonesaxuit MHoraa
TpebyeT HeMarbix CpeACTB B pacyete
Ha O/IHOTO NALMEHTA, OAHAKO YUCNO
TaKiX NALVWEHTOB OrpaHUUEHO HECKO-
TIbKAMM LLECSTKAMM UK COTHAMM
YenoBeK B CTpaHe.

Tnyraposas auupypus n 1
MponuoHoBas aunaypus
HepoctatouHocTb cpesHeuenoyeyHoi auun KoA-
[LervaporeHasbl XUPHbIX KUCTOT
HepnoctatoyHOCTb O4eHb ANMHHOLENOYEYHOH aumn KoA-
LernaporeHasbl XMpHbIX KNCIOT
HenoctaTouHOCTb ANMHHOLENOYEYHOM 3-Tuapokcuaumn-KoA-
[LerMaporeHasbl XMPHbIX KNCIOT
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OGuiecTBeHHbIE opraHu3anuu Poccumn

PETKME bOJIESHA

8 Poccuu

Oo01ecTBeHHbIE

opraHu3sanuu Poccum

ObuwecTBeHHOe [ABMXEHME NALMEHTOB B HaleWd CTpaHe
Hauanocb B 1925 roay, koraa 6bin0 co3aaHo «BcecotosHoe 06wiecTso
cnenbix», 3ateM . «BcecotosHoe obuwectBo ryxux» (1926 1) u
«BcecotozHoe obuwiectBo nHBanuaos» (1988 r). B 90-e rogbl Hbim
CO3/1aHbl TaKue 00LLIECTBEHHbIE OPraHu3aLMK, Kak: «Bcepoccuiickoe
obuwecrtso remodunmumn», «06wepoccuitckas ObWiecTBEHHAS
OpraHu3aums 6oNbHbIX PaccesHHbIM CKNepo3oM» U «Accoupaums
MOMOLLY NALMEHTaM C HEPBHO-MbILIEYHbIMU PACCTPOACTBAMUY, A B
2000-e roabl NOABUAUCH OPraHM3aLMm C peakumMm 3aboneBaHuSIMH,
Takne Kak: «[Tomowb 60abHBIM MyKOBMCLMA030MY, «CopeicTue
MHBaNMaaM ¢ 6one3Hblo fowe», «XaHTep-CUHAPOMY, «[EHETUKaN, U
apyrue. B 2009 rogy no uHMLMaTMBE 06LLECTBEHHBIX OPraHMU3aLMi
Obin 06pazoBaH «Bcepoccuiickuit coto3 OOLIECTBEHHBIX
00beaMHEHNI MALMEHTOBY, B KOTOPbI BOIWAM  OOLIECTBEHHbIE
OpraHu3auum 6onbHbIX pa3nnyHbIMK 3aboneBaHuamu. MNpu cotose
Oblna opraHM30BaHHa rpynna no peakum bonesHam. 0bLeCTBEHHbIE
OpraHu3auMM MHGOPMUPYIOT OBLLECTBO M BNACTb O HACYLHbIX

npobnemMax MALMEHTOB M Y4aCTBYKT B MOWUCKE ONMTUMAsbHbIX
peLLeHit 3TuX npobnem.

3a nocnegHue roabl ponib OBLECTBEHHbLIX OPraHM3aLMil O4eHb
Bo3pocna. ObLiecTBeHHble COBETbl MO 3aluuTe NPaB MALMEHTOB
LeicTByT npu MuH3gpascoupassutua Poccum u npu
PocagpaBHag3ope.  Takke HanaxeHo B3aMMOAENCTBUE C
3aKOHOJATENbHOM BNACTbHO, COTPYAHMYECTBO C MPOQUIbHLIMMU
komutetamu [ocypapcreeHHoi lymbl. [peacTaBuTeNn NALMEHTCKOrO
C00bLLEeCTBA aKTUBHO Y4aCTBYIOT B CYLIAHMSIX 3aKOHOMPOEKTOB W
BHOCAT CyLieCTBEHHbIE MOMpPaBKW, Kak 3T0 Obln0, Hanpumep, C
denepanbHbiM 3aKoHOM «06 OCHOBaX 0XPaHbl 30,0P0OBbS FPaXKAAHY,
roe BnepBble NOABMAOCH YNOMUHAHME 06 O0OLWeCTBEHHbIX
opraHu3aumsx. M xotqa Poccust HaXoBMTCA TONBKO B HAYane nyTw, yxe
LOCTUTHYTbI ONpELeNeHHbIe YCeXu U Mbl C ONTUMU3MOM CMOTPUM B
Oyaylwee, Mbl bysem npopomkatb CBOKW paboty Ha 6naro
MaLyMeHTOB.

BcepoccuricKMM CO103 001 eCTBEHHbIX
00beIMHEHU U NNALIMEHTOB

B Hactosiwmit MOMeHT BO BcepocCMiCKMA COHO3 MaLMeHTOB
Bx0auT 17 00LLECTBEHHDIX 00bEANHEHWIA.

Llenb: OcHosHoit uenblo mestenbHoctn Cotoza sBAsETCS
KoopauHaumus [nesitenbHocTM yneHoB Coto3a Ans AOCTUKEHMS
MaKCUMabHO BO3MOXHOTO YPOBHS MEAMLMHCKOM NOMOLLM 1 Mep MO
OXpaHe 3[10pOBbsl HACeNeHNs B LENOM M KaXOO0ro rpaXaaHuHa B
OTAE/NbHOCTU. 3a4auu:

Coio3 ocywecrsnqgeTr CBOoK AeATesIbHOCTL MO

CneaylwmMMm Hanpas/ieHUAM:

()1 comeitcTBME KOHCONMAALNMM [EATENLHOCTU OObEANHEHMN
MaLMEHTOB, UX YCUAUIA U PECYPCOB AN AOCTUKEHUS YKA3aHHOM
LieNI1, aHanu3 U BbISIBNIEHME HanboMee YCrelHbIX TEXHONO0MN
paboTbl M UX TUPAXKMPOBAHME;

() 2 copelicTBuE CO3AAHMIO Y PA3BUTHIO 0BbEAUHEHHI NALMEHTOB;

(J3pa3paboTka u peanusauus NpOEKTOB W MpOrpam,
HanpaBfeHHbIX HA MOAAEPXKY M PaA3BUTUE [ESTENbHOCTH
00beIMHEHNI NALMEHTOB;

()4 co3naHue emMHOrO MHGOPMALMOHHOTO MPOCTPAHCTBA ANst
00befMHEHNA NaALMEHTOB, MH(QOPMALMOHHOE o0becneyeHne
yneHos Coto3a;

() 5Bblpabotka eamkbix nosuumit uneHos (oK03a B OTHOLEHMM
peanau3aumMu NpaB TPaxAaH Ha OXpaHy 340pOBbS M
MeMULMHCKYHO MOMOLLp.

Hanbonee BaxHble MOCTMKEHMS K TEKywWwemy
MOMEHTY:

npuHaTMe [leknapauuu 0 npasax nauuenTos B Poccuu;
pa3paboTka M NPUHATME ITUYECKOTO KOAEKCA 0OLLECTBEHHBIX
00beMHEHMIt NALMEHTOB, 0DILLECTB N0 3aLLMTE NPaB NaLMEHTOB
M HEKOMMepYeCKMX OpraHu3aLmii, LeNCTBYIOWMX B MHTEpecax
NaLMeHTOB;

coneiictaue co3naHnto CoBeTa 00LLECTBEHHBIX OPraHMU3aLMi NO
3allMTe NpaB NaLUyMeHToB Npu MUH3ApaBcoLpa3BuTHs PO;
OpraHu3auus ¥ nposeaeHne BcepoccMCKMX KOHIpeccoB
NaLMeHTOB.

KoHTakTbl:

125167, Poccus, r.Mocksa, HoBblit 3bikoBCkuii npoesn, 4.4,
http://www.patients.ru Ten/®akc (495)612-20-53;
Conpencenatens - Bnacos A1 Bnagumuposuy, pat@patients.ru
Conpencenatens - XXynés tOpuit AnekcaHaposuy, pat@patients.ru

B pamkax Coto3a naumeHToB

OpraH130BaHa pabouas rpynna no peakum bonesHam,
koTopas BxoauT B npasnexdne EURORDIS ot Poccum.
PykoBogutenb rpynnbl - MsicHukosa MpuHa BnagummuposHa.
http://www.rare-diseases.ru
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O6mepoccuiickas 6J1aroTBopuTe/IbHaA
00llecTBEHHAs OpraHu3anus MHBaIH/ 0B

«Bcepoccunckoe 001eCTBO reMoOpUIUUA»

v

Bcepoccuitckoe obwectso remodunum umeer 62

per1oHanbHble OpraHu3aLuy.

Llenb: Bcepoccuiickoe obliectBo reModunuu seasetca
obuepoccuitckon 6naroTBOPUTENbHOM 06WECTBEHHOM
OpraHu3auMeit WHBaNWAOB CTABALLEA OCHOBHOM C(BOEM LieNbt
33Ty MHTEPECOB U 3aKOHHBIX NPaB H0NbHBIX C HACNEACTBEHHBIMM
Koarynonatmsamu.

3apauu:

B Hactoswmii MOMEHT OCYLECTBASET CBOK [eATeNbHOCTb MO
CNIeayIOLLMM HanpaBNeHUAM:

copeicTene nonHoMy obecneyeHnio 6ObHbIX remoduaneri
KOHLLeHTpaTaMu hakTOpOB CBEPTLIBAHWS KPOBY Ha GefepanbHOM U
PErMOHANbHOM YPOBHSIX

COLENCTBUE CTPOUTENBCTBY 33aBOAO0B MO (QPAKLMOHMPOBAHMIO
[OHOPCKOM NNa3Mbl

copeincTBue pa3paboTke M BHELPEHWKD HALMOHANBLHOIO
peructpa 60/1bHbIX C HACNEACTBEHHBIMM KOAryI0MATUSIMHU

copeicTBue pa3paboTke M BHELPEHWK HALMOHANbHOIO
MpOTOKO/a BefeHNs D0bHbIX «[eModuans»

MH(OOPMALMOHHbIE M 06pa30BaTe/bHbIE NPOrPaMMb

[oapoCTKK C Tskenoit hopmoii remoduanu,
ocywecrsusLume B asrycte 2007 .
BOCXOXAEHMeE Ha Inbbpyc.

Hanbonee BaxHble MOCTMKEHMS K TeKywwemy
MOMEHTY:

BkntoueHue remoduamm B nporpamMmy ‘7 Ho3010rmin";

Obecneyerme bonbHbIX remoduaneli B Poccun npenapatamm Ha

ypoBHe pazsuTbix cTpaH EC;

(Co3paHune Bcepoccuiickoro coto3a 00LLeCTBEHHbIX 06beaunHe-

HMIM NALMEHTOB;

(Co3panue Beb-caitta "femodunmna B Poccun” ang naumeHToB U

Bpaveli;

M3naHne nepuoamyeckoro xypHana ans 00bHbIX reMmopunmeii

"TeMuHdopM”;

lpoBeneHne pernoHanbHbIX 1 0BLLEPOCCUACKMX KOHEPEHLMA

no remouanm;

MHbOpMaLMOHHbIE CeMUHApbl ANs 6ONbHBIX reModunen u

uneHoB ux cemeit "LLkona remodunmun”;

CoBMeCTHO C defepanbHbIMKM reMaToN0TMYECKMMM LIEHTPaMM

pa3paboTka HaLMOHANbHOTO perucTpa NauueHToB C

HaCNeLCTBEHHBIMU KOArynonatuamu;

PaspaboTka craHaapta nedveHuss OONbHbIX reModuanen W

BonesHbto BunnebpaHaa, a Takke Npotokona BeaeHUs 00MbHbIX

remoduamen.

Koutakrbl:  Ten/®akc (495)612-20-53; 612-3884

125167, Poceus, r.MockBa, Hosblit 3bikoBckuii npoess, A4,  Mpe3uaeHT - XKynés Opuii Anekcanzposuy, office@hemophilia.ru;

http://www.hemophilia.ru,

http://www.remodunua.pd  Buue-npesupeHt - Apxunosa Hagexza MaHosHa, arkhipova@hemophilia.ru
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HanuvoHaibHasA Accouyanusi OpraHu3anum
00JIbHBIX peJIKMMH 3260/1eBAHUSIMU

«TEHETHUKA»

HauwmoHanbHas Accoumauns opraHusaumii 60NbHbIX pefKuMU
3aboneBaHuammn «leHetuka»  co3gaHa 3 despans 2008 ropa
OpraHu3aLMsIMu NaLMeHToB 1 Bpayei. B coctas Accoumaumm Bxoast
30 opraHu3auuih NALWEHTOB C PA3NUUYHBIMU PefKUMU
3a00/1eBaHUAMM.

Llenu n3apaum:

O6beauHeHne nNaUMEHTOB B OpraHusauuu ans 6onee
CMHXPOHW3MPOBAHHBIX W CUCTEMATM3UPOBAHHbBIX [AEMCTBUIA B
6opbbe 3a cBOM NpaBa.

OpraHu3auuoHHas, MHOOPMALMOHHAS, NPOCBETUTENbCKAS,
NCCiefoBaTeNbckas M Apyrue BuAbl [EATeNbHOCTM M 3adaun
Hanpas/eHHble YNyyLleHNe KAYeCTBa XXM3HW NALMEHTOB C PEAKMMM
3300/1€BaHNAMM U UX POLCTBEHHWMKOB, CO3AaHMe «HaLMOHANbHOO
NnaHa no peakuMm 3aboneBaHusIM» ABASIOTCA OLHUMU U3
NPUOPHUTETHBIX HaNpaBneHui Accoumanuy.

B Hauane 2009 roga Havan paboty MHbOPMaLMOHHBINA nopTan
N0 pemkuM 3ab0neBaHuAM, NekapcTBaM «CMpPOTaM» W Pedko
NPUMEHSEMbIM MEAULIMHCKMM TEXHONOrMAM www.rarediseases.ru

(Co3paH B ceHTsdpe 2009 roga B CaHkT-leTepbypre 1 ycnewHo
pabotaet npoekt Accoumaunm - «MHdOpMaLMOHHbIA LieHTp no

penKkuM 3ab0NeBaHMAM U PedKkuM NeKapCTBEHHbIM Mpenapatamy.
Paboraet 6ecnnatHas henepanbHas ropsyas nmnus 88005550048.

1-4 wions 2010 ropa Mepeas Bcepoccuitckas koHbepeHuus no
peakuM 3ab60NeBaHMsIM M peako MpUMEHSEMbIM  MeULUMHCKUM
TEXHONOMUSIM «[lopOra Xu3HN

21-22 anpens 2011 rona Bropas Bcepoccuiickas KoHhepeHuus
no pefkuM 3ab60N1eBaHUSIM U PeaKo NPUMEHSIEMbIM MeULLUHCKUM
TexHonoruam «[lopora Xuzxu»

HaunoHanbHas Accoumaumsa «leHeTuka» sBnsetca
npencrasutenem Poccun B npoekte EUROPLAN.

KonTakTbi:

191123, Canr-Tetepbypr, yn. 3axapbeBckas 4.31 oduc 36

ten/dakc: +7 (812) 275 47 30; +7 (812) 319 34 23
(epepanbHas becnnatHas ropayas amkus 8-800-555-00-48

email: nacgenetic@raredis.ru

www.nacgenetic.ru -nopran HawuoHaneHoi Accoupmauum «leHeTukay
www.rarediseases.ru — MeaMUMHCKWIA nopTan

Bcepoccuiickoe 0061eCTBO peJKuX
(opdanubIiX) 3a60s1eBaHu (BOO3)

Pewenune o co3ganum «Bcepoccuiickoro o6uLectBa ophaHHbIX
3aboneBaHuiiy ObiiM MPUHATO Aeneratamu [paxAaHCKoM
KOHQepeHUMU nauueHToB C peakumu 3aboneBaHusMM,
NpeacTaBAABLMMM  MAUMEHTOB 35 opdaHHbiX BonesHen u3 46
cyobekToB  P®. KoHdepeHums bbina npoeseHa 4-5 Hosbps no
WHUUMaTMBe paboyedt Tpynnbl MO penkuM 3aboneBaHWAM npu
BcepoccuitckoM coto3e naumeHToB.

Llenb opranusaumm - cosHaH1e eaUHON CUCTEMDI
noAAepPXKU NaLuMeHToB peaKux HO30/10TUH.

3apauu:

- BblpabOTKa EAMHOr0 CUCTEMHOTO MOAXOAA K PeLieHuio
npobnem D0MbHbIX C peAKMMHU 3a601€BaAHMAMM;

-KOHCOMMAALMS MALMEHTOB;

-3300Ta 00 ynyylweHUM KayecTBa XW3HU OObHBIX PEAKMMM
3a00N1eBaHUAMY, YBENUYEHUE MPOLOMKUTENBHOCTU UX XKU3HU W
couuanbHas aaanTaums B obiecTse;

- pacnpoctpaHenne MHhOpPMaLMM 0 peakux 3aboneBaHuAX U
npobneMax NaLneHTOB, XMBYLLUX C HUMM.

Yxe ceitvac BOO3 aktMBHO paboTaeT M MPOBOAMT MHOIO
MeponpusTuid Ko [IHio pepkux bonesHeit 29 despans, opraHusyer
KOHdEpPeHLMM ANA CNeLMannCToB M NALLMEHTOB, HAYUHAET U343aBaTh
XypHan «Peskue 6one3xu B Poccumy. MoapobHyto MHbopmaLmio 06
3TUX M ApYrUX MepONpUATUSX MOXHO Y3HaTb Ha CanTe: www.rare-
diseases.ru. B lpasnenne Bcepoccuitckoro obliectBa ophaHHbIX
3a60N1eBaHMI BXOAAT NALMEHTbI C peAKMMM 3a60NEBAHUSMM.

KoHTakTb!:

lNpencenatens npaBneHus - 3axaposa EkatepuHa KOpbeBHa
3am.npencenarens npasnexus - TepexoBa MapuHa [laBuaoBHa
WcnonHuTenbHbIl aupektop - MacHukoBa MpuHa BnagumupoBHa
e-mail: vooz@bk.ru
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ME)erI‘I/IOHaJIbHaH 06m9CTBeHHaH OpraHmu3anuda
«001U1ecTBO NOMOIIM MAallMeHTaM C
OHKOreMaToJIOTHYEeCKHMHU 3a00/71€eBaAaHUSIMU»

Mexper1oHanbHas obuiecTBeHHas opraHusaumus «06LwecTBo
MOMOLLY MALMEHTaM C OHKOreMaToNoryeckumMu 3aboneBaHuaMmU»
3apeructpupoBaHa 09 anpens 2008 roga B 1. Mockse npu OIbY
l[emaTonornyeckuit Hayunbiii  Llentp M3 u CP n obveamHser
MauMeHTOB, NepeHeCLIMX OHKOreMaTonoruyeckue 3aboneBaHus, ux
OAM3KMX M BCEX, KTO He paBHOAYyWeH K npobnemam
OHKorematonorui, B 6opbbe 3a NpaBo NaLyMeHTa Ha obecneyeHue
LOCTYMHOCTM COBPEMEHHBIX METOLL0B IUArHOCTUKM U IEYEHNS.

OcHoBHbIMK Lenamn OpraHu3aLum SBASKOTCS:

- [eSTeNbHOCTb MO 3alWMTe NpaB M 3aKOHHbIX MHTEPEecoB
OHKOTeMaTonornyeckux H0MbHbIX ;

- y4acTue B pa3paboTke M OCyLLECTBAEHUM 0BLLEPOCCHIACKMX U
PEr1oHabHbIX NPOrPaMM fieyeHust reMobacTo30s;

-COLENCTBME NALMEHTAM C OHKOremaTonoruyeckumm -
3a0071€BaHMAMM B MOTYyYEHUM MELMLMHCKOM, MCUXONOTMYECKON, h'!’
COLMANbHON, HOpUANYECKOH, MHAOPMALMOHHON, (MHAHCOBOW M
ApYTX BUZ0B NOMOLLM.

MOO «O6uiecTBO NOMOWM MALMEHTAM C OHKOrematono-
TMYeCKMMU 3300N1EBaHUAMMY SBASETCS COYYPELUTENEM U YNEHOM
«Bcepoccuiickoro €oK03a MaLMEHTOB» , YNEHOM E€BPOMENCKMX
opraHusaumit «<Myeloma Euronet» u «Myeloma Patients Europes,
rnobanbHoi naumeHtckoit  cetu «Lymphoma Coalition». Wmeet
otaenenus B r.CaHkT-TeTepbypre v r.KpacHoaape.

Ha 6a3e oToeneHus XumuoTepanuu remaTonormyeckux
3aboneBaHnin U MHTeHcMBHOW Tepamum ¢ 2009 ropa ycnewHo
(YHKUMOHMpYeET BONOHTEPCKas Cnyxba Munocepamnst no 0KasaHmio
Pa3/IMYHbIX BULOB MOMOLLM NALMEHTAM U UX POACTBEHHUKAM.

Mbl 00beanHsieMcs, 4TOObl (QOKYCMPOBATb BHMMaAHMUE
06LLEeCTBEHHOCTM M OPraHOB BAACTW BCeX YPOBHel Ha npobnemax
OHKOremMaTonornyeckux Oo/bHbIX, MOACKA3aTb NYTU pelleHus
HACYLLLHbIX 33,24 1 ,OOMTBCS UX BOMMIOLLEHMS! B KM3HD!

Mpucoeanusiitecb k “O6uIeCTBY NOMOWM NaLMEHTAM C
OHKoremartonoruyeckumm 3abonesanmamu”! ConumapHoCTb
MOMOXET peann30BaTh Hawm enn!

KoHTaKTbI: Mpencenatens LlentpanbHoro Coeta
125167, Mocksa, Hosblit 3bikosckuii npoesn, n.4  UupyH Okcaxa BnagummupoHa mob.+7 926 901 19 55

Tem\@akc +7 495 613 89 56e-mail: info@oncohem.org  €-mail: chirun@oncohem.org
3amectutens lpencenarens LieHTpanbHoro Coseta

CopokwuHa EneHa BnagumupoBHa Mab. +7 963 603 43 22
e-mail: sorokina@oncohem.org

KoopauHatop rpynnbl Munocepaus

(®otyenkosa Esrenna mob.+7 916 193 18 49

e-mail: volonter@oncohem.org
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MexperuoHajibHasi 061IeCTBEeHHAs OpraHU3alMs

«[lomo11b 60/IBHBIM MYKOBHCIIU030M»

Co3paHaB 1997 ropy

Muccua - 3allUTa U peanunsauug
KOHCTUTYLiMOHHDIX NpaB rpaxaax PO, crpaparowmx
MYKOBUCLHUA030M.

B coctas MOO «[Momows 60nbHEIM MB» BXOAAT poauTenu u
uneHbl cemeli 60MbHbIX MB,B3p0C/Ible NaLMeHTbl, BONOHTEPDI.

Ha Texywwuit MoMeHT noaaepxusaem CBs3bC 53cybbektammu PO

naBHag 3agaya MOO «[Momoub 60mbHBIM MB» - 3ab0Ta 00
YAYYLWEHUM KayeCTBa XM3HM 6O0AbHBIX MYKOBMCLMAO030M,
YBE/IMYEHUM TPOLOMKUTENBHOCTM  UX KM3HM M O COLMANBHOM
afanTaumum B obLLecTBe.

[Ina3T0ro Mbl aKTMBHO COTPYAHMYAEM C:
-MuHucTepcTBoM 3apaBooxpaHenus v CoLmManbHOro pasBuTys;
-HWW MynomoHonormu;

-Megnuko-TeHeTnueckum HayuHbim Llentpom PAMH;
-Hayunbim Lientpom 3noposbs eteit (HUN NMeguatpum);

-Poccuiickumn 1 3apybexHbiMM 06LLEeCTBEHHBIMU 00beaHE-
HUAMM,;
-umeeM foroBop ¢ Poc3apasHaa3opom o cotpyaHuyecTse
“YCMELHO [eACTBYET nporpamMma B3aumonomowy «Cembs -
cembe»,
OpraHn30BbIBAaEM NIEKLMM W BCTPEYUM MO MHTEPECYIOLLEN HALLMX
MOLONEYHbIX TEMATUKe, POBOAMUM KOHQEPEHLIMM.
MOO «Momowp 6onbHbIM MB» -
-uneH CoBeTa 06WEeCTBEHHbIX OpraHu3aumit npu MuH3gpas-
coupassutus Poccum.
-COy4penuTens Bcepoccuitickoro coto3a 00LLeCTB NaLMeHTOBY,
-uneH CFE (EBponeitckoii accoumanmum naumeHTos ¢ MB),
-nonubid uned  EURORDIS (EBponeiickoit opranusaumu no
peaKuM 3ab01eBaHUsM).
KoHTakTbl:
MOO «[Tomolwpb 601bHbIM MB»
lpencenatens npaBnexns MacHukosa MpuHa BnagmupoBHa

Ten: +7-916-313 81 53

e-mail: miv20@mail.ru Cait: www.cfhelp.ru

PernoHa/ibHas 001leCTBEHHAsl OpraHv3anusa UHBAJINA0B

CTOMUPOBAHHBIX "ACTO M "

PernoHanbHas o6uwecTBeHHas OpraHu3auns MHBANMAOB
ctomMupoBaHHbix "ACTOM" 6bina cospaHa B 1993 roay B ropoge
Mockae.

OcHoBHas uenb paboTbl: CouManbHO-6bITOBAA afanTauuus u
COLMaNbHO-CPefoBasi OpUEHTaLUMs CTOMMPOBAHHBIX MALMEHTOB.
OpraHu3aumus akTMBHO Y4aCTBYET B Pa3BUTUW PeabUIUTALLMOHHOIO
npouecca CTOMUPOBaHHbIX MauuMeHToB Poccuu, 3almMwaeT npasa
CTOMUPOBAHHbLIX MALMEHTOB, COBMECTHO C TOCYAAPCTBEHHLIMM
OpraHamm BNaCT1 y4acTByeT B pa3paboTke BaKHbIX MPaBOBbIX aKTOB
B 00671aCTM 34paBOOXPAHEHUS W COLMANBHOM 3aLnThI, OKA3bIBAET
cofiencTBMe B 06eCNeYEHUN KaXA0ro CTOMUPOBAHHOMO MalMeHTa
COBPEMEHHBIMU CPEACTBAMM YXOAA 3a CTOMOM, MPUHUMAET y4acTue
B pa3BuTMM N1e4ebHOr0 NpOLLeCca Takux peakux 3aboneBaHui, Kak
BOCManuTeNbHble 3aboneBaHus KuweyHuka bonesHb KpoHa u
HecnewunGUUYeckni S3BeHHbIA K0T, NPUBOASLLNE K CTOMUPOBAHHUID.

PernonanbHas obwectBeHHas OpraHu3auus WHBANMLOB
ctomupoBaHHbix "ACTOM" qBnsieTca 6a30BoW  OopraHu3aumeit
KoopanHaUMOHHOrO coBeTa 0OLWECTBEHHbIX PerMoHanbHbIX
OpraHW3aLmil CTOMMPOBAHHBIX NaLWeHToB Poccum.

B cocra POOUCE "ACTOM" BxopsT 4 nopapasaeneHus:
"MHdopmaumonHas cayxba’, "Cryxba ncuxonoruyeckoi nomowu',
"Cnyx6a coumanbHoi nomoun’, "Cnyxxba opraHu3aLmmu KynbTypHo-
MaCCoBOro Aocyra'.

KoHTakTbl:

Caiit: http://www.astom.ru/

(DopyMm CTOMMPOBaHHbIX MaLMeHTOB: http://www.astom.ru/forum
E-mail: astommoscow@yahoo.com uam astom_astom@hotmail.com

OCHOBHbIe HanpaBieHUA [EATENbHOCTM OpraHMU3aLuM
"ACTOM":

CONenCcTBME B Pa3BUTMM COLMANbHbIX ACMEKTOB

peabuNUTaLMOHHOTO NpoLecca CTOMMPOBAHHbIX MALMEHTOB U

Hay4HbIX METOLL0B COLMANbHOM peabunutaumm;

COAE/CTBME B PA3BUTUW HOBbIX METOL0B W HOBbIX Pa3paboTok B

06/1aCTV NPOKTONOTM;

NpoBefieHMe COBMECTHO C BpavyaMM MOCAEONEPALMOHHOI

peabunuTaLmMm CTOMMPOBAHHbIX OONbHbLIX, COAENCTBUE B

OpraH13aLLMm CTOMA-KabMHETOB;

OpraHu3auMs COLMANbHOM MOMOWM ManoobecneyeHHbIM

CTOMWPOBAHHBIM NALMEHTAM;

OKa3aHWe COAENACTBMS MHBanMAaM CO CTOMOM B Tpydo-

YCTPOMCTBE;

cofeiicTBMe B 0OECMEYEHMM KAXAOTO CTOMMPOBAHHOMO

naumeHTa COBpEMEHHbIMM CPEACTBAMM YXO/a 33 CTOMOIA;

CONENCTBME B PA3BUTMM OTEYECTBEHHOrO MPOM3BOACTBA

COBPEMEHHbIX CPe/CTB yX0/a 33 CTOMOM;

NCMX0NOrMYeckas MoAroToBKa NaLMEHTOB Nepes NpeacTosiL e

onepauue.

Tenedou ropsueit inun: 8 (495) 225-25-03
Tenedon opuca: 8 (495) 678-27-30

Haw agpec:

109544, Mocksa, KoBpos nepeynok, oM 28, crpoenue 1
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«COJEVUCTBUE UHBAJIMJAM C IETCTBA,
CTPAJAKOLINM BOJIESHBIO I'OLIE U UX CEMbAM»

MOO «CopeicTBue WHBANMAAM C AETCTBA, CTPAAAOLLIMM
bone3Hblo [owwe 1 ux ceMbsiM» Obina coznaHa B 2000 romy B Mockae.
Ee yupenutensgmu aBnsitoTcsa poautenu feten ¢ bonestbio fowe u
B3pOC/ible MaLueHTbl ¢ 6onesHbio [owe. Oprann3auus paboTaer Ha
BCced  Tepputopun Poccum u MMeeT npenctaBuTenei BO BCEX
(MenepanbHbix okpyrax P®. Ceiyac uneHamu oOpraHu3auuu
ABNAKOTCA 275 yenosek.

Llenb OpraHmMsalMn - peanu3auns KOHCTUTYLIMOHHbIX
MpaB NaLMEHTOB Ha OXPaHY 340POBbS M COLMANBbHYID MOMOLLD.
Opranuzauus sgsnsetcs uneHom CoBeTa 00LeCTBEHHBIX
OpraHu3auui npu MUHKCTEpCTBE 34PaBOOXPAHEHMS U COLMANBHOTO
Pa3BUTHS.

B 2007 rogy MOO nognucana cornaweHue 0 COTpYAHMYECTBE C
Poc3apaBHaa30poM , 4To nomoraet 6onee NoaHO 1 BbICTPO peLath

npobneMbl NeyeHms NaLMeHTOB C 6onesHbto [owe.

MOO - uneH EGA (EBponeiickas accouuauuu NaLMeHToB C
bonesnbto lowe) , uned EURORDIS (EBponeickast opraHm3aumsi no
penkum bonesnam), Unen Bcepoccuiickoro coto3a naumentos. MOO
NPOBOAMT MOHWUTOPWHT JIeKapCTBEHHOMO 0becneyeHus NaLmMeHToB ¢
bonesHbto [owe, BedETCS COUMANbHBIA PErucTp MauMeHToB C
OonesHblo [OlWe, NPOBOAMT «WKOJbl MALMEHTOB®, AEHACTBYET
WHTEPHET-CalT ANS NaLMEHTOB M YNeHOB ceMei ¢ 6onesHbio fowe
www.gausher.ru

KoHTakTbl:
lpencenatens opraHu3aumy — Tepexosa MapuHa [laBuaoBHa

Ten.8-916-597-73-17

www.gaucher.ru

ABToHOMHasA HekomMep4yeckasa OpraHusanus 0 0Ka3aHUI0 MOMOILIU
00JIbHBIM OHKOJIOTUYECKHMHU U OHKOTeMaToJIOTHYeCKUMH 3a00/IeBaHUAMU

"CoaencrBue”

>

Hawa muccus - sawura MHTEPECOB DO/IbHBIX XPOHUYECKMM "'

MuenougHoiM nerikosom (XMJ1), copeiicTBue pa3BUTUID
MEIMLMHCKOI NOMOLLM 60/1bHbIM XM/

Hawa LeNib - obbeaMHeHUE YCUNUWA NALMEHTOB,
roCyLapCTBEHHbIX M 06LeCTBEHHBIX OpraHu3aumii 4as Toro, YTobbl
Kaabli yenoBek C AuarHosoMm (XMJT) monyumn BO3MOXHOCTb
becnnaTHoro neyeHus M KOHTPONS TeYEHNS CBOEro 3aboneBaHus

NHdbopmaLmMoHHas NofaepxKa NaLLUEHTOB U UEHOB UX CEMEV,
NoBbILEHWE OCBEAOMIEHHOCTM O 3aboneBaHuu C Leibl
LOCTVXEHUA YULLMX PE3YNLTATOB €r0 IEYEHNS U KOHTPONS

Ounuanbl B 52 cybbektax PO u ux KoAMYECTBO MOCTOSIHHO
pacTeT. AKTUBHAS LeATENbHOCTb PErMOHAMbHBIX FPYNN NaLMeHToB
no3BonsieT 3QQEKTMBHO U B KpaTyanlime CPOKM MONOXKMTENLHO
peLuaTh BO3HMKaloLLMe Npobnembl Ha ypoBHe CybbekTa henepaumm

bnarogaps akTMBHOW M nnaHoMepHoW pabote B psae
TEPPUTOPUIA peLlieHbl BOMPOChl 0BecneyeHns [0pOroCToALUIMMH
npenapatamu, KOTOpble HE BK/OYEHbI B MPOrpamMmy «7-Mu
HO30110TM»

Mpenctasnsem Poccuto B MexayHapoaHOM OpraHv3aumu
MaLMEHTOB C XPOHWUYECKMM MUENOUAHBIM NIEKO30M

KoHTaKTbI:

123007, r.MockBa, XopolueBckoe wwocce, 4.35/2, kop.3, 0¢.303
Tenegon/daxc:(499)195-96-28(499)195-30-04

[lupexTop: MatBeesa Jlunna MenoposHa
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ME)erI‘I/IOHaJIbHaH 06]J.leCTBeHHaH OpraHu3anuda

«Ilomo1b 60 IbHBIM MYKOBUCIUA030M»

Opranu3aums 3apeructpuposaHa B uoHe 2009r.no uHuumaTmee
poauTeneii, AeTM KOTOpbIX O0MbHbI MyKOBMCLMA030M. Ha
CerofHAWHnit neHb OpraHuszaums obbesuHuna 36 cement
MpOXMBAOLMX B roOpo/e M 0bnacty.

Heo6xoaumocTb co3aaHKa opraHusauuu 6bina 0bycnosneHa
Cnepyowmm:

- HepocTatoyHoe obecneyeHue 60bHbIX MB Xu3HEHHO

Ba)XHbIMM NPenapaTamm CO CTOPOHbI FOCYAAPCTBa.

- OTCYTCTBME CMELMANU3UPOBAHHONM NOMOWM 60/bHBIM
MYKOBMCLMA030M CTapLie 18 ner;

- OTCYTCTBME COLMaNbHbIX NPOrpaMMbl peabunutaLmm 60NbHbIX
MB;

OCHOBHbIMM LieNIMU 1 3af,a4aMu OpraHu3aLum IBNSIOTCA:

- OKa3aHWe BCECTOPOHHEe! MOMOWM W NOALEPXKKM 6ONbHBIM
MYKOBUCLLMA030M;

- 33WMTA MPaB M 3aKOHHBIX WHTEPECOB MWL, YKA3aHHOW
KaTeropuu 1 YneHoB ux cemMel;

- (hOpMMpOBaHME MO3WUTMBHOMO OOLLECTBEHHOMO MHEHMUS,
MHHOPMMUPOBAHHOCTb 0OLECTBEHHOCTM U FOCYAAPCTBEHHBIX
CTpyKTYp 0 npobnemam MB;

Jlyuwme pocTueHMS K LAHHOMY MOMEHTY:

(C nekabps 2010 no aekabpb 2011 opraHN30BaHHO 6 3aHATUI B
‘lUkone no MB ans poauteneit u B3poCibIX GOMbHBIX', NEKLMK,
CeMUHapbI. BbICTaBKM pUCYHKOB;

C 2011 ropa OpraHusauus npuHMMaeT yyactue B pabote
061wecTBEHHOI0 COBETA N0 Ie/1aM UHBANU0B.

CeHtabpb 2011- despanp 2012rr. perynspHole
NCUXONOrMYECKNe TPEHMHTU Ans BonbHbIX MB n ux poguteneii B
paMKax nporpammbl «§1 abiwuy!»

[H—

Hosbpb 2011r. - HayyHO-npakTMyeckas  KOHdepeHuus
«[pobnembl MyKOBMCLMAO3A Y fieTeli U B3pOCbIX B BopoHexckoit
obnactu.

Hosbpb 2011r. - otkpbiTe B 06nMacTM  nepBoro KabuHeta
KMHe3uTepanuu, 3akynka 000pya0BaHMS U MHBEHTAPS, 00yyeHHe
CNeLMannUCTOB-KMHE3UTEPANEBTOB B PaMKax NPOrpaMMbl «f Abiwuy!»

2009 -2012rr. NPOBOANT PerynsipHblit MOHUTOPHUHT MO
obecneyeHnto 60bHbIX MB XM3HEHHO BaXKHbIMK NpenapaTamu €O
CTOpOHbI roCyAapcTBa. B3aumopelcTByeT ¢ rocyfapcTBEHHbIMU W
06LLEeCTBEHHBIMM OPraHU3aLMAMMU, OPULMYECKUMU U DU3NYECKUMM
NMLAMK NO peLleHuto NpobneMm 3aLnTbl NPaB U MHTEPECOB DOMbHBIX
MYKOBMCLIMA030M U UNIEHOB X CeMeii. PerynsipHo fienerupyet cBOMX
MpeacTaBuTeneit ANa yuacTus Ha KOHdepeHuusx, CeMMHapax no
npo6nemam MyKOBMCLMAO33 HA PErMOHANbHOM, U BCEPOCCUACKOM
YPOBHSIX;

TecHoe cotpyaHnyectao BPOO "Momowb 6onbHbIM MyKoBUCLM-
[1030M’,0071aCTHbIX BOLHMLL M APYIMX FOCCTPYKTYP Aenaet BopoHex
NpuBNEKaTeNbHbIM B NNaHe nevennss MB He Tonbko Ans xutenei
paoHOB 06/1aCT, HO M 1S XUTeNel coceaHuX obnacteit u aaxe
ctpad CHI, koTopble LieneHanpaBneHHo BbiOMpatoT BopoHex Kak
MOCTOSHHOE MeCTO XMWTeNbCTBO 151 IeYEHNs CBOMX AeTel.

KoHTaKTbI:

lpencenatens npaBnexus:
CesptokoBa neoHopa KoHCTaHTUHOBHa

Ten: 8 (960) 121 09 29

e-meil: eleonora-SK@mail.ru
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biarorBopuTesibHbIE GOHAbI

doHg noMmo1ny AeTAM-6a609KaM «BbIJIA»

Mpeacrasbte cebe, YTO Bala KOXA HACTOLKO TOHKAS, YTO OT
MobOro  HeOCTOPOXKHOTO MPUKOCHOBEHMS, OT TPEHWS  LIBOB Ha
ofexne, 0T Maneilero yaapa a B HEKOTOPbIX Cy4asx Aaxe OT
NAaCcKOBOrO MOMMAaXMBAHMS HA Hel 06pasyioTcs My3blpu W PaHbl.
Manbiwei, Ybsi XpYNKOCTb KOXW CPaBHMMA /MLLb C XPYNKOCTbO
kpblibeB 6aboukm, Tak M HasbIBAT "neTu-6aboukn’. HayuHoe xe
Ha3BaHWe Oone3nu - BynnesHblit anuaepmonus. Bcio Boto - Yacto
HeJONMYH0 - XXM3Hb O0/bHbIE BbIHYXKAEHbI MPOBOAMUTL €XeLHEBHbIe
Myy4uTENbHBIE NpoLeaypbl GuHTOBAHMS. C CaMOro POXAEHMS OHM
OrPaHWYEHbl B ABWKEHUM WM HYXAAKOTCA B CNELMANBHOM MUTAHMU.
MHorue BNOCNEACTBUM NEPeABUraloTCcsl B MHBANMAHbIX Kpecnax. U
MpaKTUYECKM BCE BPEMS OHM UCTbITbIBALOT BONb.

loka neyeHus OT 3TOM PELKON reHeTUyeckod 6onesHu He
cywectsyet. Ho cywecTBytoT cnocobbl yxoaa, 6narofaps KOTopbiM
TaKMM NIIAAM MPUHOCUTCA 0bNeryeHme, a Takike BO3MOXHOCTb XUTb
MaKCUMabHO NOMHOLEHHOM XU3HbIO.

[ToMUMO CNOXHOrO MeAMLUHCKOTO yxoda O0NbHLIM
HeobXxoAMMa NMOMOLLb B COLMANbHOM afanTauuu,  MatepuanbHas
MOAAEPXKa, MOCKOMbKY CPeACTBa MO YXOOy M NepeBs30YHble
MaTepuarbl CTOST BeCbMa HeLeLLeBoO.

(CeMbsiM, B KOTOPbIX pOANINCE AETU-DaB0OUKM, TOXKE 0053aTeNbHO
HY)XHa MomoLb. Beab OCHOBHbIE TPYAHOCTM HAYMHAKTCS, KOTAa
pebeHKa BbIMUCHIBAKT M3 POALOMA, M POAMTENN OCTAKOTCS OAMH Ha
OfIMH CO CBOEN bepoil.

B Poccum o mocnepHero BpemeHn 06 3TOM 3aboneBaHuM no
KaKMM-TO MpUYMHAM BOOOLLE NPEeANnoYUTanyu He roBOpuTh. To ecTb,
BonbHble BynnesHbIM 3NMAEPMONM3OM [ETH CylLeCTBOBaM, a BOT
MOMOLLY OHM HE MOTYYaH HUKAKOM.

Het cneumanucTos, nekapcrs, CPeACTB Ha 3TM NekapcTa. Het
NbroT Ans OONMbHbIX AeTel M HeT afleKBaTHOTO OTHOWEHM K
npobneme.

Ho cutyaumns mensetca k nyywemy. B Mockse cTapaHusmu
3HTy3MacToB-BONOHTEPOB  OTKpbINCS Mong BIJIA - bynnesHbi
Jnuaepmonus;

Jleuenue n Anantaums.Ewe 1o oduumanbHO perucTpaumm Mol
Hayanu OKa3biBaTb MOMOLb POCCMIACKMM LeTaM-Daboukam:
OTNpaBuIM Hyxpawlwmmcs cembam 6onee 200 awwmkoB
COBPEMEHHbIMA MeJMKaMeHTaMW, MO3HAKOMUAM WX C HOBbIMM
MeTOfaMu MNOAAepKMBatOWer Tepanuu. Ha Hawem caiite Mbl
MOATOTOBUAM HOBeMWY MHGOpMauuio 0 3aboneBaHuu Ang
MaLMeHTOB W Bpauyel, a Takxke CTapaeMmcs cobpatb Kak MOXHO
Bonbwe feteii-babouek Bmecte. Takke (OHLOM OpraHM3yTCA
KOHCYNbTALMK C KTMHUKAMK, UMEROLLMMM 6O/bLLOI OMbIT B IeYeHUM
b3, n npoBoauTCa cHOp CPEACTB HA OTNPaBKY feTel HA NeyeHune B
3TUX KNIMHMKAX X MOMOLLLb B NpUOBPETEHUN MEAMKAMEHTOB.

Ha 3anane MHorue ntoau-6abouku paboTaloT, C0343t0T CeMby,
XMBYT BOCTATOYHO MOMHOLEHHOM XM3Hb10. Lenb @onaa b3J1A - patb
00/1bHbIM 6YNNE3HBIM 3MMAEPMONM30M B POCCUM BOIMOXHOCTb KUTb
KaK MOXXHO yuLue.

Jliopeit ¢ nonobHbIM 3a00M€BaHMEM HEMHOTO, HO 00/b, C
KOTOPOW OHM XMBYT, TaK BEIUKa, YTO MOMOYb HEOOXOAUMO KaKLOMY
13 Hux. [ToMoruTe U Bbl, NOXANYNCTa, HALWMM AETAM-0ab0UYKaM XHTb
6e3 6onu!

Ha 3anaze MHorve noau-6aboukn paboTatoT, CO3AaKT CEMbH, XMBYT
[O0CTaTOYHO NOMHOLEHHOW Xwm3Hblo. Lienb MoHpa B3/A - patb
60NbHbIM OyNNE3HBIM IMUAEPMOU30M
B POCCHM BO3MOXHOCTb KUTb '
KaK MOXHO JiyyLue.
Mopei cnogo6HbIM P
336071eBaHMUEM HEMHOTO, “
HO 60/1b,C KOTOPOI OHU ‘
KMBYT, Tak BEIMKA, 4TO
NOMOYb HEOOXOAMMO KaKAOMY
13 HUX.[lomMoruTe 1 Bbl,NOXaNyncra,
HalWM AeTaM-0aboykam
XuTb 6e3 6onu!

KoHTaKTblI:

®ong, «bIJTA»
www.deti-bela.ru,

ren(495)504-58-94
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8 Poccuu

MeXyHapo/AHbIe 001IeCTBEHHbIE OpraHU3alUu

B Mupe cyuiectyeT 60bLIOe YMCNO NALMEHTCKUX OpraHU3aLMi, KOTOpbIE MOMOTAIT NaLMeHTaM C peakuMu 6onesHamu. B tom
HOMEpe XypHana Mbl pacckaxeM npo EBponeickylo opraHusaumio no peakum GonesHam, kotopass obbeauHsier Gonee 400

OpraHu3aumit, 06 opraHu3aLMmM NOMOLLM NaumeHTaM ¢ bonesHbio Momne. UHdOpMaLMs

CneupManbHo AN1sl HaLero ypHana bbina

NpeaocTaBneHa 3STUMKU OPraHn3aLUAMA Ha AHIIMACKOM 5i3bIKe, U Mbl NepeBenn ee Ha pyCCKVIVI A3bIK.

EURORDIS

EBponeiicKkas opranusanus
10 peAKUM 3a00/IeBaHUAM

EURORDIS-310 ronoc 30 MMANMOHOB MtOfEN, CTPafakoLLmMX
peakumu 3abonesaHusMu no Beeii EBpone.

EBponeickas opraHuzauus no penkum 3aboneBaHuAM
(EURORDIS) 9BnseTcq HenpaBWUTENbCTBEHHOW  OpraHu3auueri,
ynpaBAseMol NauMeHTaMu M NIAbMM, aKTUBHO paboTalolmMu B
o6nactu penkux 6onesneit 8 Espone. MUCCUSA EURORDIS:
Co3/1aHKe 06LLeeBPONECKOro COOBILECTBA OpraHM3aLmii 60bHbIX
W NIOIEN, KMBYLUMX C pEAKUMM 33D01EBAHUSAMM, BbITb UX FONIOCOM HA
€BPOMNEeNCKOM YpoBHe, 6OPOTLCS C peakumu BONE3HSMU M UX
BO3/,e/CTBUEM Ha XM3Hb.

HecBoeBpeMeHHas  AMArHOCTMKA, OWMOOYHBIA AMATHO3,
OTCYTCTBME MH(QOPMALLMK O 3a007€BaHUM M €ro MeToAaX NeYeHwus,
MCUXONOTUYECKMIA CTPecC M (UHAHCOBOe Opems, OTCYTCTBUE
NPaKTUYECKOM NOLLEPXKKM B MOBCELHEBHON XKM3HM, OTCYTCTBME
CTAHAAPTOB MeAMLMHCKOM NOMOLLM, HE[OCTYNHOCTb CNELManm3upo-
BaHHOM MEAMLMHCKOM MOMOLLM.

EURORDIS 3aHMMaeTcs Hay4yHbIMM M COLMANbHBIMM
NCCNenoBaHUAMM M OCYILECTBASIET  NPOEKTbI, HANpPABEHHbIE Ha TO,
4TOObI FON0C MALMEHTOB  OblN YCAbIWAH NPEACTABUTENAMM BNACTU U
OpraHamu 34paBOOXPaHeHNs, M NPobaEeMbl NALMEHTOB PELLANUCH.
Mbl npeniaraeM BHECTU M3MEHEHMS B OPraHMU3aLMOHHYI0 MOENb
3[1paBOOXPAHEHNS M COLMANbBHBIX YCIYT, B YaCTHOCTM UMEHHO Mbl
peKoMeHA0Baan co3fatb LleHTpbl 3Kcneptusbl u Obuwe-
€BpOMNeickyl pedepeHcHyio Cetb  (European Reference
Networks), 6a3bl JaHHbIX W peecTpbl MaLMeHTOB, NOLAEPKMBAEM
nporpaMMbl  FeHETUYeCKOro TeCTMPOBAHUS U MeauKo-
[EHeTMYECKOr0 KOHCYNbTMPOBAHMS,  HEOHATANIbHOTO CKPUHMHIA.
EURORDIS  npoBoauT  coumonormyeckue  UCCIEA0BAHUS MO
TeMaTuke pepkux 6onesHel W OCYWeCTBASIET MPOEKThI,
HanpaBneHHble Ha TO, 4TOObl TONOC MALMEHTOB C PELKMMMU
Done3HaMm ObiN yblLaH.

&
EURORDIS

Rare Diseases Europe

OKA3AHME CNELIMATMPU3OBAHHDBIX YCIIYT
NAUMEHTAM

EURORDIS cnocobcTyetr — TOMY, 4T0Dbl N0ASM C PELKMMM
3300/1€BaHMAMM  NPELOCTABASANUCD YCTYTU, AAANTUPOBAHHBIE K UX
XM3HEHHOW CuTyauum M K ux  0cobbiM noTpebHOCTSM . Mel
CNOCoBCTBYEM PA3BUTUIO CETWU OPraHW3aLMii, OCYLLECTBASIOLMX
BPEMEHHbIA  YXOA 33 OONMbHLIMM M MHBANMAAMM W 3aHMMAEMCS
neyebHO-BOCCTaHOBUTENbHBIMU NporpaMMamm B Espone.

(®OPMUPOBAHUE ~ HAYYHO-TEXHWUYECKOM

NONUTUKHK

EURORDIS cnocobetByet paspaboTke nepenoBbix METOLOB
NeveHns,  MOAAEPXMBAET  3aKOHOLATENbHbIE WHULMATUBBI,
HanpaBNeHHble HA YNyulWeHWe KayecTBa MEAMLMHCKOW MOMOLLM
nauMeHTaM C peakumu 3aboneBaHusMM,  KOHTAKTUpYeT C
dapmnpon3BoauTensiM1, CnocobCTBY  YCKOPEHHIO MCCNEf0BAHMIA
W MOBbIWAs AOCTYMHOCTb  JeyeHus. Mbl oOMOraeM nauueHTaM
noay4uTb AOCTYN K MHHOPMALLMM 0 3a60N1EBAHMAX U K IEYEHMIO.
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MOALEPXKKA KIMHUYECKUX UCCIIELOBAH-
HUA

EURORDIS co3maet u noaaepxwusaet EBponelickyl ceTb
ouonornueckux 6aHkoB [IHK, KneTok W TkaHed Ans pemkux
3abonesauii (EBB). Mbl npeacTaBnsemM naLueHTOB B €BPONENCKMX
UCCNeNoBaTENbCKMX CETIX W [laeM BO3MOXHOCTb MalMeHTaM
aKTMBHO Y4aCTBOBATb B KNIMHUYECKMX UCCNIEA0BAHMSIX.

3AIMUTANALMEHTOB

EURORDIS npeacrasnsiet 30 MUAMOHOB 0N, CTPAAALOLLMX
bonee 4000 pasnnyHbIMKM peakuMm 3a00N1EBaHUSIMU U OTCTAUBAET
CTpaTernto, KOTopas HanpaeieHa Ha 3alMTy NpaB NALMEHTOB U UX
cemMen B pamkax EBpONEeNCcKoi KOMUCCUW U ApYrux eBponemckux
WHCTUTYTOB.

NHbopmaLms v MHDOPMALMOHHbIE CETH

CO30AHUE COOBLLECTB

EURORDIS cnocobctByeTr  pacwupeHnto  obuieHns w
06beMHeHNS NaLMEHTOB C peakuMu 6one3HIMM, NPesoCTaBaSs UM
BO3MOXHOCTb [IeIMTbC  CBOMMM NMPOBAEMaMM U YuMTbCS APYr Y
Apyra. Mbl BepuM, 4YTO Hawa Cuna B KOAMYECTBE M B COBMECTHbIX
CKOOpAMHMPOBaAHHbIX AeiicTBusx. YUneHamu EURORDIS ssnstotcs
oonee 400 opranu3zaumiiB boneevem 40 cTpaHax.

WHOOPMWUPOBAHUE U NOBbIWEHWUE
OCBEAOMJIEHHOCTU

EURORDIS  3aHMMaeT  KkNioueBble no3uuuuM B [pene
MHOOPMUpPOBAHUSA, NMPOCBEWEHMA WU B MOBbIWEHUK
0CBElOMNEHHOCTM O peakux 3aboneBaHusax. Mol Obinu
MHMLIMATOPAMM M KOOPAMHMPYEM NpOBEeAeHWe MexayHapoaHOro
[lHe peakmx 3abonesaHmii.

WHOOPMALMUOHHBIE YCNYIU ONA
NALUUEHTOB

Mbl bl UHUALMATOPAMM M B AAHHbIA MOMEHT KOOPAMHUPYEM
nposeaeHne MexayHapoaHoro [1Hs peakux 3a60neBaHui.

MHOOPMALWUOHHBIE YCNYTU ONA
MALLMEHTOB EURORDIS cnoco6ictayer pacnpocTpaHeHuio
WHQOPMALMOHHBIX YCAYr C Y4eToM cneuudukn u 0cobbix
notpebHoCTel Ntofel, CTPafaloLWLMX  peakumMm 3360neBaHUIMN. Mbl
MOMOraeM  pa3BuBaTb  CBSI3M MexAy NHOObMM C  PefKUMM
3a00neBaHMAMM, CO30AEM CETb TOPSUYMX IMHMIA » N0 BCeli EBpone,
obecneunBaeM naumeHTam ynobHbIA [OCTYN K MHDOPMaLmMK yepe3
BeO-CaiiTbl.

EURORDIS noppmepxuBaeT CO3faHue M pasButue
HaLMOHANbHBIX COO30B MO  peakum 3aboneBaHusM. B Cosert
HALWMOHANbHbIX aNbsHCOB  BXOAAT 22 cTpaHbl: benbrus, bonrapus,

KaHapa, Xopsatus, Kunp, [auus, ®paHuus, Tepmanus, Ipeums,
Benrpus, Wpnanausa, WUtanus, Jlokcembypr, MopTtyranus,
Hupepnangbl, Pymoinug, Poccus, Ucnanus, LWseuwns, Lseruapus,
CoegnHenHoe KoponesctBo u CoeamtenHble LUTatbl Amepukn.
EURORDIS Takxe COTPYOHMYAET C HALMOHANbHLIMK COO3aMU B
TaviBaHe, Hosoit 3enaHanm, Manaiiznm n JlatuHckoin AMepuke.

Ing 27 oTaenbHbix GonesHeit  co3maHbl  EBponeiickue
denepaunn.EURORDIS nonyyaet noctosHHyt0 noaaepxky 0T CBOMX
uneHos, AFM - Téléthon, ot Esponelickon Komuccuu,
KOpnopaTMBHbIX ~ (DOHAOB M MHAYCTPUM 34paBOOXPAHEHMUS.
EURORDIS 6bina ocHoBaHa B 1997 ropy.

Hawm poctmkenns ;

Mbl cnocobctBoBanmM  mpuHatio  MoctaHosnenns EC no
ophaHHbIM NeKapCTBEHHbIM CpefcTBaM B 1999 rogy

Mbl cnocobctoBanu  npuHsTMi0  MoctaHosnewns EC no
npenapaTam Ans nauueHTos aetckorosospacta 8 2006 rogy

Mbl BHeCM CBOJ BkNag B npuHsTue [loctaHosnexust EC no
BbICOKOTEXHOOMMYHbIM eKapCTBEHHbIM CpefcTBaM B 2007 roy

Mbl 0Ka3anu copeitctene npuHatio  Komuccnen EC poknapa
no peakum bonesnsm s 2008 rogy

Mbi cnocobcrBoBanu npunsitio  Cosetom EC PekomeHpauui

no Esponeiickum peicteusm B obnactn peaknx — bonesHein B
2009 rony

CnocobctBoBanM  MH(MOPMMPOBAHMIO OOLECTBA O PEAKMX
3a00neBaHMAX M NOAAEPXKE NALWUEHTOB CleayrLmuMu
MHULMATMBAMM:

-[puopuTeTHOCTL  peakux 3aboneBaHuii B MOJUTUKE
3npasooxpaHeHms EC

- (o3maHMa cetM LEHTPOB NO MCCNeAOBAHUSM peaKuxX
3abonesanuiiB EC

-[lponaraHfa HaLMOHANbHbIX NAAHOB M CTPATerMi N0 pesKuM
3aboneBaHnam  Bo Bcex 27 rocymapcrBax-uneHax EC m ppyrux
€BPOMneNCKMUxX CTpaHax

-CnocobcTBOBaNM ToMy,4T00bI CTATYC « OpHAHHOrO Npenapara»
nonyunnn Goneeyem 800 neKapCTBEHHbIX CPEACTB

-CnocobctBoBanu npoBeaeHnto  EBponelickoii KOHMepeHLmuu
no peakum 3abonesanusm (ECRD)

-BbicTynaem opranusatopamu MexayHapogHoro [Hs Peakux
bonesHeit

KoHTakTb!:

dnekTpoHHas noyta: eurordis@eurordis.org

Mapwxkckuit odpuc EURORDIS

Plateforme Maladies Rares96, Rue Didot 75014 Paris - France
Ten+33 (0)1 56 53 52 10

Fax: Ten +33 (0)1 56 53 52 15

Bproccenbckuin opuc EURORDIS

Rue de la loi 26 Bureau n°9 - 2nd floor 1040 BrusselsBelgium
Ten: +(32) 2 644 3401
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International Pompe Association (IPA)

BcemupHaa Accouuanysd no 6osie3nu llommne (BAII)

ABTOpZ MapMLl,e [LloHeBenbp BaH nep JInHae, CoBeTHUK BCEMVIpHOVI daccoumaunu HOMHE,KOOD,U,VIHBTOD M0 CBSA35IM C 00LL,eCTBEHHOCTbIO

Yro Takoe 6onesnb [omne?

bonesHb lomne - 370 peakoe HaCNeACTBEHHOe
nporpeccupyroliee HepBHO-MbllLEYHOE 33b0neBaHWe, KOTOpoe
TaKKE MOXHO OTHECTM K rpynne MeTabonMyeckux NMU30COMHBIX
DonesHei HAKOMNEHMS, KOrma B OPraHW3Me HaKanauBaeTcs
TMMKOTeH. JTa 00Ne3Hb NPOSBASETC MHOXECTBEHHbIMU
CMMMTOMAaMM 1 Pa3NIMYaeTCs MO CTeNeHM TIHKECTU. bbiBatoT Tsxenble
W nerkue Gopmbl 3aboneanus. Camoe TKENOe NposiBNEHNE -
feTeit. Yacto  OHM WUMEIOT  MbllleyHylo CnabocTb, YBeAUYEHHbI
pa3Mep CepAaua M [bIXaTeNbHY0 HELOCTATOYHOCTb. be3 neveHns
Takue feT1 00bIMHO NOTMOAKOT 10 roAa M3-3a Npob/eM C cepaLeM v
AblxaHueM. [laumeHTbl, AMarHOCTMpOBAHHbIe B 6onee no3gHEM
BO3pacTe, He MMEKT YBENUYEHHOTO CepALa. XOTA UM U He rpo3uT
PaHHSS CMEPTb, UX COCTOSIHUE MOXET ObICTPO YXYALWMTBCSA, €CU
NeYeHne He HavaTb BoBpeMS. MM KpaitHe HeobX0AMMO KaK MOXHO
PaHbLUe HA4aTb NO/TY4aTb 3aMECTUTENbHYI0 TEepPanuio.

BcemupHas accoumaums Nomne

BcemupHas accoumaums no 6onesnu Momne (IPA) obvenuHser
rpynnbl nauueHtoB ¢ 6onesHbto [lomne no Bcemy mupy. [PA
KOOPAMHMUPYET AeSTENbHOCTb 3TUX TPYNM, AENUTCA ONbITOM XWU3HM C
BonesHbto, pacnpocTpaHseT uHGopMaumuio o 6onesHu. 20 mapta
1998 Ha KoHdepeHumn [atckoit HepBHO-MbllEYHON accoLmMaLmm
(IHA) naumeHTsl ¢ 60ne3Hblo Momne U3 MHOTUX MEXOYHAPOAHbIX
OpraHM3aumit cobpanucb BMecTe, 4Tobbl 00beaUHUTL YCUans ans
nomoLy CTpagaoLmm ot 6onesHu NMomne 1 ux CembsIM U yayHLLIKTD
KayectBO WX Jku3HM.  [laumeHTbl w3 Huaepnangos, benbrum,
Benukobputanum, lepmannm n CLLUA cobpanuch BMecTe n obcyxaany,
kakuM 00pa3oM MOXHO ObICTPO [OOMTBCS  YNYYLIEHWUS NeveHus
naumneHToB ¢ 6one3Hbto Momne. Toraa u BbINO NPUHATO pelleHne
co3aatb BcemupHyto accoupmaumto Momne v noMoratb NaLMeHTaMm ¢
bonesHbto lMomne, rae Obl OHW HW Xuau. [epBoHayanbHo B IPA
00beAMHUANCE 5 CTpaH, a ceiiyac B COCTaBe OpraHu3auum - 43
CTpaHbl.

MepBas koHdepeHums |IPA bbina nposeseHa B utone 1999 roga
Ha MeXayHapOAHOM KoHrpecce no 6onesnu Momne. Cerogns |PA -
YNEHCKAs OpraHu3auMs (3aperMcTpupoBaHa B Hupepnanpax),
BO3rnaenseMas  [lpaBneHueM, Kyha BXOAST BOJOHTEpbl M3
Benukobputanmm, CLUA, lepmanum, Hupepnasnos n Asctpanuu.

B 2005 rogy uneH npasneHus IPA aKTMBHO 3aHMManacb
peructpaumeit Muosuma B Bennkobputanum. B mapre 2006 roga
EBponeiickas Komuccus noanucana AOKYMEHT, B pesynbrate
KOTOpOro MmauueHTbl ¢ 6onesubio Momne rpaxpane EC nonyuunu
nevenue. B anpene 2006 rona FDA 3apeructpupoBano Muosum B

CLUA. Xots naumeHTbl ¢ Gonestblo Momne Bo BCeEM MWpe [0Nr0
XAANW NeyeHus, Ho,0Ka3anocb, 470 Muo3um Obin 3aperncTpupoBaH B
PEKOPAHO KOPOTKME CPOKW.  ITOrO yAAnoch AOCTUYL brarofaps
aKTMBHOMY COTPYAHUYECTBY MEX.Y MaLMeHTaMu, DapMKOMNaHUAMM,
YYEHbIMU 1 BPaYaMu.

CeroaHs C pa3BUTMEM TEXHONOMMI uNEHAM NpaBReHWs Nerko
KOHTaKTMpoBaTb ApPyr C [ApyroM  no TenedoHy, MpoBOAMTH
BMOEOKOH(EPEeHLMN 1 0BCYKAATb MHOMO MHTEPECHBIX TEM, B TOM
Yucne M Ha MeXAyHapoaHoM ypoBHe. Pa3 B rog nposoauTcs
BCeoOwwas KOH(GEpEeHLMS, Ha KOTOPOWA UNeHbl MpaBAeHMS
BCTPEYAKTCs NMYHO. Bce naumeHTCkue opraHu3aumu unedbl [PA
MPUINALAKTCA HA 3Ty KOHdepeHumto. OHWM BHOCAT CBOJ BKNAJ B
obLuee feN0 1 roNocyHoT.

B oktsbpe 2011 roma AMDA (accoumaums naumeHToB C
ManbTO3HOI HepocTaTouHOoCTbio) B CLUA coBmectHo ¢ IPA  mpoBenu
KOH(hepeHLMI0 AR NALMEHTOB M CneuuanucTo B CaH AHTOHWO, WTaT
Texac. Ha Heli npucyTCTBOBaNM MHOTME MauMeHTbl C 60Ne3HbI
Momne 1 uneHbl Ux cemeli, BeayLume CeLmuanmcTbl B AaHHON 0bnactu
W3 MHOTMX CTpaH MMpa, a TaKxe npefncTaBuTenu (apmbusHeca
(buomapuu, Amukyc, [kensanm).  [lpucyTcTBOBanM Takxe
npeacTaBuTeN  MALMEHTCKUX accoumaumit u3 Uranum, KaHagpl,
HupepnanpoB, lepmanuu, HoBoi 3enaHamu, [OHKOHra M
Benukobputanun. K coxaneHuto, Ha KoH(epeHuuu He 6bino
npeacTaBuTeneit naumenTos u3 Poccuu.
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MauueHTbl ¢ bonesHbio MNomne, yueHble, Bpauu, NpencraButeny GapMKOMMNAaHUW Ha KOHDepeHLuu

N9 NauueHToB 1 cneupmanuctos B Texace, CLLA.

HearenbHoctb IPA:

IPA" nopaepxuBaeT NaLWEHTCKME OPraHu3auuu B
HEKOTOpbIX CTPAHaX, YTODbI OHKU MOTNIW BOBUTLCS NeyeHus:
AnanaumeHTos ¢ Momne.

MonnepxuBaeT OTAENbHbIX MALMEHTOB, YTOBbI OHM MOTIU
[001BaTbCs NeyeHus (eCM B CTPaHe HET accoumaumm
NaLMeHTOB).

MoanepkuBaeT OTAENbHBIX MALMEHTOB, CO3LAKLLMX
MaLyWeHTCKMe OpraHM3aLMn B CBOEH CTpaHe, eciiv TaKoBast
elLe He C034aHa.

WHopMMpyeT NaUMEHTOB O MOCAEAHMX HAY4HbIX
HOBOCTAX B obnact 6onesnu Momne (oMarHOCTMKA,
neyeHue,yxof, umnotepanus uap.)

MpepocTaBnsier NauMeHTCKUM OpraHu3aLuUaM u
nauueHTam ¢ 6onesHbto lomne MHGOpMaLMIo, KOTOPYH

Mbl Ha3blBaeM «OT MaLMeHTOB C OonesHblo llomne» u
NepeBOANT ee Ha pasHble S3bIKW: aHINUACKUH, PYCCKUIA,
UCNAHCKMIA, PaHLLY3CKMIA, WUTANbAHCKWIA, FPeYeCKui,
apabCKui,  KOpeWCKMiA, TYpeuKWid, MopTyranbCKuid,
FOMNAHACKMA M HEMELKMIA.  3TO BAXHO A9 TOro, YTobbl
BCe nauueHTbl C 6onesHblo lomne Moru nonyuuts
HaWNyyLLYH NOMOLLb.

CobupaeT n1cbMa NALMEHTOB, YTODbI BCE, KOMY 3TO HYXHO,
MOT/IM MPOYECTb UX M Y3HATb 00 OMbITe XM3HU C 60NE3HDIO.
370 0COOEHHO BaXKHO A1 BHOBb BbISIBIEHHBIX MALMEHTOB.
Mbi Beaem Beb-caiT www.worldpompe.org  Ha KOTOpOM
MOXHO HAWTW MHDOPMALMIO O KOH(EPEHLMAX, 0 BonesHu
[Nomne,HOBOCTM, HOBOCTM M MHOTOE JpYroe.

KoHTakTbI:

[JlononHuTeNbHY0 MHGOPMaLWto 0 6one3Hu MoMne MOXHO HalTK Ha caiTax:

BcemupHoii opranusaumu Momne: www.worldpompe.org

bonesHb Momne - peanbHble uctopuu: http://pompestory.blogspot.com/
Accoumaums naumMeHToB € HeAOCTAaTOMHOCTbIO ManbTO3HO! KucioTbl (AMDA): http://www.amda-pompe.org
Lientp Momne: http://www.erasmusmc.nl/klinische_genetica/research/pompe_center/?lang=en
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Memgynapoaﬂble OﬁmeCTBeHHble OpraHM3anvu

PE/TKIF, BOJIESHH

8 Poccuu

CAWTbl, MOCBALLEHHBIE PEOKWM 3ABOJIEBAHUAM
N9 NAUMEHTOB W OBLLECTBBEHHbIX OPTAHU3ALIMIA

EURORDIS

http://www.eurordis.org/
EBponeiickas opraHu3auus no peakum 3abonesanusm (EURORDIS)
ABNSIETCS HENPABUTENbCTBEHHO! OpraHu3aLyMe, ynpaBnseMon
MALMEHTaMU 1 NIOAbMM, aKTUBHO paboTarolumMu B 0611aCTV peakux
6onesHeit B Epone.
EURORDIS npezcrasnsieT 30 MUAIMOHOB N0fEH, CTPAAAIOLLMX
6onee 4000 pa3nnyHbIMM peakuMM 3a00NeBaHUSMM M OTCTaUBAET
CTpaTeruio, KOTopasi HanpaB/EHa Ha 3aLMTy NPAB NALMEHTOB U
MX cemeil B pamKax EBponeiickoit KoMUCCum M fpyrux eBponencKux
MHCTUTYTOB.

Orphanet
http://www.orpha.net/

KpynHeiwwuii nopran noceaLeHHbIA pefkuM 6onesHsaM 1 opdaH-
HbIM npenapatam. Ha calite npefcraBneqa MHGopmauus no
061LeCTBEHHbIM OpraHM3aLysM, AMArHOCTUYECKMM NabopaTopusaM,
3KCMEPTHbIM LIEHTPaM, KMHUYECKUM UCCER0BAHUAM BCETO MUPA.
JHuMKnoneaus 3aboneBanuit HacuuTbiaet 6onee 5000 pasnnyHbx
(hopM. HdopMaLms 06HOBSETCS KaXayio Heento.

SIMPLE SEARCH OTHER SEARCH OPTION(S) DRFHAMET.DATA
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] Al Drahaned | Cuality charter
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B pycckos3bI4HOM MHTEpHETE  A0BO/IbHO TPYAHO HANTK MOMHYI0

1 LOCTOBEPHYI0 MHPOPMALMIO O KakoM-NbO peakoM 3aboneBanuu,
HalTH Bpayel, KOTOpbIE 3aHUMAIOTCS ONPEAENEHHON NaToNormeN.
CaitTbl, NOCBALLEHHbIE TEMaTUKe peakux bonesHei B Poccun yxe
paboTatoT U MOMOTaIOT NaLMeHTaM NONYYUTb JOCTYN K MHPOPMaLM
0 3aKOHOAATENbHBIX UHULMATUBAX, NPOBOAMMBIX KOHDEPEHLMSX U
KOHKDETHbIX 3ab0oneBaHusX

hpttp://www.rarediseases.ru/

http://www.rare-diseases.ru/

PEAKME BOJIE3HHU - AOCTYIIHOCTb HHOOPMALIUH

CAMTbI, NOCBALLEHHBIE PEAKWUM 3ABOJIEBAHUAM
INA UCCNEQOBATENEN W BPAYEN

National Center for Biotechnology Information (NCBI)
HaumoHanbHbli LieHtp 6uonndopmatukm (CLLA).
(www.ncbi.nlm.nih.gov)

3T0 OCHOBHOW, CaMbli KPyMHbIiA NOpTan no 6UoMeAULMHCKIM
pecypcam B ceTn MHTepHeT. [TockosbKy B HEM MMEIOTCS CChINKM
MpaKTUYeCKy Ha BCe M3BECTHbIE U Hanbonee nonynspHble 6asbl
JAaHHbIX, HaYuHaTb paboTy no aHanu3y u cbopy MHGOpMaLWK,
MOXHO MMeHHO ¢ 370ro pecypca. B pamkax NCBI co3pana 1 nog-
[LePXMBAETCS KpynHeliwas nouckoas cuctema ENTREZ ans
HYKNIEOTUAHBIX M aMUHOKMCIOTHbIX NOCIEA0BATENbHOCTEN,
6ubnnorpadum (PubMed), nonHbix reHomoB (Genomes), a Takxxe
TpexmepHbix cTpykTyp 6enkos (MMDB). Mpu 3tom nomck IHK u
6enKoB He OrpaHM4MBaETCS ToNbKo pecypcamu GenBank, Ho u
APYTMMM JOCTYMHBIMM MO CETU XPAHWMLLAMU MHPOPMALINN.

OMIM - On-line Mendelian Inheritance in Man.
http://www.ncbi.nlm.nih.gov/omim/

KpynHeliwas 6a3a AaHHbIX M0 YeN0BEYECKUM FEHaM M HACNEACTBEH-
HbIM 3aboneBanusM. OMIM sBnsieTcsl IneKTPOHHOI BepCueit
karanora Buktopa MakKbtocuka (Victor A. McKusick) "Menpenes-
CKOE HaC/ef0BaHMe Y YeNoBeKa: Katanor YenoBeyeckux reHoB

U TEHETUYeCKUX BonesHeid’, KOTOpbIl Obll CO30aH B LIEHTpE
MenmumHckoi reHetuku (Johns Hopkins University, Baltimore, USA),
NCBI noanepxuBaet HanonHeHue u 06HoBneHue 6asbl. Copepxut
KpaTkue 0630pbl N0 336071€BaHMSIM U KOHKPETHbIM reHaM

GeneTests

(www.genetests.org)
basa AaHHbIX COREPXUT MH(OPMaLIWI0, KoTopas ByaeT MonesHa He TobKO
BpayaM-nabopaHTaM, HO M MPaKTUKYHOLLMM BPaYaM-TEHETUKAM U BCEM
LPYTMM CMELMancTam, MHTEPECYILLMMCS HACTEACTBERHbIMU GONIE3HIMM.
[onaepxuBaetcs HaumoHanbHbiM MHcTuTyTOM 30poBbs, CLUA. B paszene
“GeneReviews” npuBeAEHbI MoMHbIE 0630pbl O KAMHUYECKUX NPOSBAEHHAX,
MOAXOLAX K AMArHOCTUKE, MeAUKO-TEHETUHECKOMY KOHCYNTHPOBAHMIO,
JIeYeHuio HacneacTBeHHbIX 3aboneBaHmi. B 6ase Takke cobpaHa HGO-
pmauus o nabopatopusx CLLIA, koTopble NpOBOAST reHeTHyecKoe
TecTupoBaHme

B
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LleHTpHbI IO peAKUM 00J1e3HAM

Mpobnembl NALMEHTOB C PEAKMMM 3300N1EBAHUSMM HACTONLKO
MHOr000Pa3Hbl, YTO UX HEBO3MOXXHO PELLMTb OLHOMY, faxe CaMOMy
reHManbHOMy Bpayy M [Jaxe B mpefenax (amoro 60nbwworo
MeIMLMHCKOTO LieHTpa. Bpaun ntoboli cneumansHoCTH - neauaTpl,
HeBpO/IOrK, reMaToNor, OHKONMOTM, MHAEKLMOHUCTBI M MHOTME
Apyrue (TanKMBalTCS C HeoOXOAMMOCTbIO  AMArHOCTMKM W
MeIMLLMHCKOV MOMOLLM NaLMeHTaM C peakumu bonesHsmm. KoHeuHo,
y3HaeT Au Bpay 3abonesaHue - 3aBUCUT OT ero OmbITa,
kBanudukaLmm,0co60i BpayedHON! UHTYMLUM.

Ewe o Toro, kak nosBUAOCH CaMO MOHSTUE pPefKuX bonesHed,
BpauM M WUCCNefoBaTenu [LOATMe TOAbl 3aHMMAnUCh MOMOLLbIO
naumMeHTam ¢ remModunueii, 6onesHbto [olwe, MyKOBMCLMAO30M,
(QEHUNKETOHYpUEN W MHOTUMM Apyrumu GonesHsamu . TMomoranm
NpOoCTO MOTOMY, YTO OHM BpauW. A AN1S HACTOAWEro Bpaya HeT
pa3HuLibl peaKoe 3a00eBaHNe UK YaCToe, CKOMbKO CTOUT IeYeHue,
BXOAMT 1 60N1€3Hb B ONPEeNeHHbIe NEPEYHM U CIUCKM.

B Poccunm MHOro depepanbHbiX pPeruoHanbHbIX U
MEXPpEerMOHaNbHbIX LEHTPOB, B KOTOPbIX MAUMEHTHl elle A0
HacTynaeHus 3pbl peakux bonesHeit nonyyanu NOMOLLb U NeYeHKe:
Poccuickoi BeTCkon KnuHWYeckoi 6onbHuue, HayyHom LleHTpe
3[,0pOBbsl A€TeH, 1 N0APOCTKOB, MOCKOBCKOM MHCTUTYTE NeAuaTpum
n petckod xupyprun. CoBCEM HefaBHO MOSIBUACS HOBbIV LiEHTP
LETCKON OHKONOTMM W reMatonorum, OTKpbIIMCh reMaTonornyeckue
ueHTpbl B CaHkt-Metepbypre, ExkatepuHbypre, B kaxaoM pernoHe
nosiIBNSIOTCA MepuHaTanbHble LeHTpbl. Ho , 6e3ycnoBHo, noka B
Hallel CTpaHe TakMX LEHTPOB HeAOCTaTouHO. B 3ToM HoMmepe
XypHana Mbl pacckaxem 0 OBY «lematonornyeckuii HayuHbiit
LieHTp» MuHMCTEpCTBA 30paBOOXPAHEHMS 1 COLLMANBHOTO PA3BUTHS
Poccuiickoit Menepalinu, B KOTOPOM HabNOAAKOTCA €T W B3POC/Ible
C 04Y€Hb pa3HbIMM PEAKUMHU BONE3HAMM.

OI'bY «I'emaTonoruyeckun Hayynoin LieHTp»

OOHUM M3 BaXHEeWWWX acneKkToB B NEYEHUM U OUArHOCTUKM
penkux 3a60n1eBaHUA ABNSIETCS CO3AaHME CMeLuanu3upoBaHHbIX
LieHTpOB. B Halwel cTpaHe Janeko He BCeraa yaaeTcs COBMeCTUTb Ha
6a3e 04HOrO yYpexaeHns BOIMOXHOCTM OKa3aHWS CTALMOHAPHON
MOMOLLM M IPOBEEHNE AUATHOCTUYECKUX MEPONPUSTUIA.

B 1926 romy B MockBe 6bin CO3AaH NEpBbIA B MMPE Hay4yHO-
NPaKTUYeCKUi WHCTUTYT nepenuBaHuA KPOBM, LUPEKTOPOM
koToporo Obin HasHaueH AnekcaHap AnekcaHgposudy borgaHos
(1873-1928). B 1987 rogy WnctutyT Bo3rnasun akafemuk AMH
CCCP Anppeii WBaHosuy Bopoboés. B 1988 romy WHctuTyT
MHULMMPOBAN 3ar0TOBKY KOMMOHEHTOB KPOBM C MEPEXOLOM Ha
KOMMOHEHTHYK Tepanuio BMeCTo LieNlbHo| kpoBu. B 3ToM xe rogy
WUHCTUTYT BbIN Npeobpa3oBaH BO Bcecor3HbIl reMaTonornyeckmii
HayuHbIl LeHTp Munagpasa CCCP,a B 1991 roay LleHTp nepewén B
cuctemy Akagemumn MegmumHckmx Hayk CCCP (c 1992 ropa PAMH). C
2010 roma yupexneHue nepeBedeHo B BeaeHue MUHUCTePCTBA
3[,paBOOXpaHeHUs U coumanbHoro passutus Poccun. B 2011 rogy
LMPEeKTOpoM [eMaTonorMyeckoro HayyHoro LEHTPa HasHaueH
Avpektop HUM TpaHcnnaHTaumm KOCTHOMO MO3ra U MOEKYNSIpHOM
remaronoruu, unen-koppecnonaeHt PAMH Banepwuit [puropbesuy

(CaByeHKo.

CerogH B cTeHax [eMaToNOrMYeCKOro HayyHOro LEeHTPa,
KpynHeiweM B CTpaHe MHOronpodMAbHOM Hay4yHO-
MCCNEN0BATENBCKOM YupexaeHnn Poccuu, perynsipHo HabntogatoTcs
M MONYYAIOT fleYeHMe MnauueHTbl, CTpajanlue peLKuMM
3aboneBaHuammu: remopunanen A, B u apyrumu oueHb peakumu
(GopMaMM HapyLUeHuI CBEPTbIBAEMOCTM KpoBM, BonesHbto [owwe,
OHKO-TEMaTONOrMYECKUMU 3a00/1€BaHMAMM, O0Ne3Hbo BunbcoHa-
KoHoBanoBa, peakumu GopMaMm aHeMMUM U MHOTHE pyrue. 3a cyeT
cpenct8 (enepanbHOr0 M PErMoHanbHO OlOMKeTa MaLMEHTI

nonyyatot 6ecnnaTHoe neyeHune U NpoXoaAT perynapHoe niaHoBoe
obcnenoBaHue.

Ha 6a3e [ematonoruyeckoro Hay4yHoro LeHTpa nOMMMO
NpOMUABHBIX A9 YUPEXAEHNS CTYKO U OTAENEHWIA pacnonaralTcs
remMatonoruyeckas Xupyprus, OpToneaust M BOCCTAHOBUTENbHAS
XWpYprus, reMofuanu3 u MHorve fapyrue. B ueHTpe paborator
CMeLManuCTbl PasHbiX HanpaBAeHWA MPU3BAHHbIE OKA3biBaTb
KBanMdUUMPOBAHHYO noMOWb. B HacTodwee Bpems
[eMaTONOrNYeCKuit HayyHblIi LLEHTP BNafeeT BCEMU COBPEMEHHbIMM
AMArHOCTUYECKMMI METOLAMU UCCIEL0BaHNS BONbHbIX, B TOM Yncie
NPOTOYHOM LMUTOMETpUEH, YNbTPa3BYKOBOWM AMATHOCTUKOM,
KOMMNbIOTEPHOW TOMOrpaduen, UMMYHODEHOTUNMPOBAHMUEM,
KapMONOrMYeCKMM aHaNW30M, YTO NO3BONSIET HE TONBKO YCMEWHO
aGhepeHLMpOBaTh, HO M 1€YUTb peaKue 3aB0eBaHNMS.

Takke B lematonoryeckoM HayyHOM LEHTpe perynspHo
NPOBOAMTCS KOMMAEKC MEpONpUSTUA, HanpaBAeHHbIX Ha
PaCLIMpeHWe 3HAaHWIA W YCOBEpLIEHCTBOBAHME MPAKTUYECKUX
HaBbIKOB, KaK A5 CBOMX MOMOAbLIX CNELMANUCTOB, TaK U ANs BCEX
KENAOLLMX (LLKOMbI, CEMUHAPI, ©XXEr0AHbIE eKAZHUKM).

B 3tom LeHTpe KonnekTB Bpayei-3HTY3MaCTOB NOA
PYKOBOACTBOM A.M.H, mpod. JlykuHoit EneHbl AnekceeBHbl yxe
MHOMMe TOfbl 3aHUMAETCs AMArHOCTUKOM M NeyeHWeM peakoro
HaCnefCTBEHHOTO 3aboneBanus- GonesHn [lowe. Konnektnom
NpoBOAMTCS He TOMbKO 00/blWaA KAMHMYeckas paboTta #
0Ka3blBAeTC MOMOLLb MALMEHTAM, HO M MUCCNELOBAHUA HOBbIX
METOZ,0B IeYeHus 3T0ro 3a60neBaHus.

KoHTakTbi:

Mockga, 125167, HoBbii1 3bIkoBCKMiA npoe3a, o.4a

Cnpasku no MHLL: (495) 612-45-51 Cawr: http://www.blood.ru/
Anpec: MockBa, 125167, HoBbii 3bIKOBCKMIA Npoe3A, A.4a
Cnpasku no MHLL: (495) 612-45-51  Caiit: http://www.blood.ru/
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HoBoe B jieyeHUH

PETKME bOJIESHA

HoBoe B JieueHUuH

JTa pybpuka Npo HOBble Mpenapatbl, TEXHONOMMM W MEeTOfpI
neveHus peakux 6onesHeii. MNpo Hagexay. Ha Havano despans B
pa3HbIX CTpaHax NpoBoauTcs 6onee 120 pa3nnuHbIX KIMHUYECKMUX
WUCMbITaHWI MO NeYeHnto peakux 6onesHei. bonblioe YACNO reHHo-
WHXEHepHbIX NpenapatoB pa3pabaTblBaloTCA ANg NeveHus
OHKO/IOrMYEeCKNUX BonesHen, Ans HEKOTOPbIX Done3Hel nekapcTBa
MpOXOAAT TONMbKO HayaibHble CTafuu MCMbITaHWA, NS ApYruX -
MONHLIM XOAO0M WAET 3aBepluaowian TpeTbs CTagus. M camble
MPOBEPEHHbIE YXe Npubau3MauCcL K CTaguu OQULMANbHOM
perucTpaLum.

OnuH M3 HOBbIX npenapatoB paspabotaH ans
JleyeHua MyKoBuCUMA03a - peaKkoro HacneacrseH-
HOro 3a6oneBaHus.

YnpasneHue no npogykTam v nekapcream CLUA (FDA) opobpuno
K MPUMEHEHMI0 NepBOe NeKapCTBO A5 3TMONOMMYECKO Tepanuu
MYKOBMCLLMA03a.

MykoBMCLMA03 - 3TO HACTeACTBEHHOE 3aboneBaHue, KOTopoe
00YyCNOBNEHO  MYTAUMSMU TeHA perynsTopa TpaHCMeMOPaHHOM
nposogumoctn npu mykosucumpose (CFTR, cystic fibrosis
transmembrane conductance regulator). 3tot 6enok, SBASSCH
MOHHBIM KaHaNOM, perynupyeT TPaHCMOPT BOAbl M MOHOB XJopa
yepe3 MeMOpaHbl KNeTOK CM3UCTbIX 060no4ek. M3-3a u3MeHeHui
crpykTypbl CFTR noOBbIWAeTCs BA3KOCTb CIM3M, YTO MPUBOANT K ee
HAKOMNEHWIO B AbIXaTe/bHOM, NMULLEBAPUTENBHON M MOYENOI0BOM
CucTeMe. 370, B CBOKO 04epesb, YPEBATO THKENbIMU XPOHUYECKMMM
WHDEKLMAMM  COOTBETCTBYIOWMX OpPraHOB, M3-33 4Yero MHOrue
BonbHble He JOXMBAIOT 0 3peNoro BO3pacTa.

[lo cux nop 3TMONOTMYECKOTO (ZEMCTBYIOWEr0 Ha MPUUMHY
bonesHu) neyeHns MyKOBMCLMA03a He CYLECTBOBANO - Y TaKuX
B0/bHBIX NPUMEHSN WL CUMITOMATUYECKYHO TEPaNUIO.

Hosbit npenapat Kalydeco (ivacaftor, usakadtop),
pa3pabOoTaHHbI aMepuKaHCKOM dapmkomnanueir Vertex
Pharmaceuticals, ynyuwaet pabory CFTR, B koTOpoM u3-3a MyTaLum
aMUHOKMCNoTa ruuMH B 155-M nonoxeHuu 3ameHeHa
acnaparMHoBOM KMCNOTOM (Takoi BapuaHT benka 0603HauaeTcs
G551D-CFTR). B yacTHOCTM, OH MOBbILAET BEPOSITHOCTb OTKPLITUS
3TOF0 WOHHOrO KaHana noj [AeWCTBMEM LMKAMYECKOrOo
afieHo3uHMoHodocdata (LAMD) 1 nosbiwaeT TOK Xxnopa uvepes
MeM6paHbl, HapyLIeHHbI NpY MyKOBMCLMAO3E.

JKCNepuUMeHTanbHbII Kype MBakadTopa yAyulmua y naLueHTos
nokasaTtenu QYHKLMM Nerkux B cpesHeM Ha 10 npoueHToB 1 nomor
UM HabpaTb Bec (y 60NbHbIX MYKOBUCLLMA030M 00bIYHO HAbOAaeTCs
AedUUMT Macchl Tena), a TakxKe 3HAYMTENbHO YAyYwWMA
CaMouyBCTBMeE.

Kalydeco Bbinyckaetcs B upee Tabnetok, cofepxawmx 150
MUNIMIPaMMOB  IMCTBYIOLLETO BeWeCTBA M PACCUMTaHHBIX Ha
npuem ABaxabl B cytku. FDA opobpuno ero Kk npumeHeHuio y
B3pOC/bIX M [heTeit cTapwe wectu netT. SDHeKTUBHOCTL U
6e30nacHOCTb lekapcTBa y AeTel MAaALWEro Bo3pacTa B HacToswee
BpEMS MCCIIERYETCS.

8 Poccuu

MyTauus, npu KOTOPOI aKTUBEH MBAKadTOp, NEXUT B OCHOBE
NWWb YeTbipex NMPOLEHTOB Cy4aeB MyKOBMCUMA033, TO eCTb U3
npumepHo 30 TbICSY aMepuKaHLeB, CTPafAKWMUX 3TUM
3aboneBaHueM, npenapar MOXeT nomoyb Auwb okono 1200
(npenapar ByneT Ha3HaYaTbCs TONLKO NOC/E BbISBNEHUS Y NALMEHTa
G551D-CFTR). bonblMHCTBO CTy4aeB MyKOBMCLMAO03A CBSI3aHbI C
MyTaumeld, npu Kotopoi B 508 nonoxenun CFTR otcyTcrsyer
AMUHOKMCNOTA eHunananuH (BapuaHt benka CFTR-AF508). [ng
3701 (hopmbl 3aboneBaHus Vertex paspabotana npenapat VX-809,
KOTOPbIi NOKA NPOXOAMT KNUHUYECKME UCMbITAHMS.

"Hecmotps Ha TO, 4TO [MBaKadTOp] HE NpepHasHayeH Ans
OOMbWMHCTBA MALMEHTOB, OH [O0Ka3blBaeT, YTO Bbl MOXeTe
00HapYXu1Tb OWWOKY B reHax W pauuoHanbHO paspabotaTb
NeKapCTBO, KOTOpOe YCTpaHsieT npobnemy’, - 3asBuUNa AMPEKTOP
MpOrpaMMbl N0 MyKOBMCLIMA03Y B YHuBepcuTeTe wrata Hblo-Viopk B
byddano [ptocv boposu (Drucy Borowitz).

Pa3pabotka nsakadropa obownack Vertex B COTHU MUNMOHOB
A0nNapos. 75 MunavMoHoB fonnapoB noxepTtsoBan ®MoHp
MYKOBMCLMA03a. [040BOM KypC NeYeHnst 3TUM npenapatoMm Oyaer
cTouTb 294 ThICAYM LONNAPOB, YTO LENAET €ro 04HUM U3 Haubonee
LOpOruX 1ekapcrB.

‘lleHa Ha nekapcTBO HasHayeHa B COOTBETCTBMM C €ro
LEHHOCTbI0 NS CTOMIb Majoi rpynmbl NAUMEHTOB', - MOSICHUNA
AHANMTUKaM  MCMONHUTENbHBIA  BuLe-npe3naeHT Vertex H3Hcu
Yucercku (Nancy Wysenski). lpu 3T0M OHa 0TMETUNAA, 4TO BOMBHBIX
0e3 MEeAMUMHCKONA CTPAxoBKM MM TeX, Yed CeMeliHbld AoXon He
npesbiwaer 150 TbicAY AONNapoB B Trof, KOMMaHus obecneynt
npenapatom 6ecnnatHo. Kpome Toro, oHa nokpoet 30 npoueHToB
LieHbl Kalydeco ans oTaenbHbIX rpynn 3acTpaxoBaHHbIX O0MbHBIX.

Mpenapar npegHasHauyeH NS NEYEHUs TOMbKO MMEIOLLMX
onpefeneHHble MyTaLuu B reHe. 3TO elle OfHA U3 NMPUYH, YTOObI
nposectn [IHK-TectupoBaHue Ha MyKOBMCUMAO03. ITOT npenapat
noka B PO He 3aperncTpupoBaH.
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3aKOHOAATE/IbCTBO

2011 rop 6bin 3HaMeHaTeneH TeM, 410 21 Hoa6ps 2011 roga bbin
MPUHAT OYeHb BAXHbIN ANS BCEX TPAXAAH HaLeih CTpaHbl
(MepnepanbHbiii 3aKoH  Poccuitckot Menepaunn N 323-03 "06
0CHOBaX OXpaHbl 340p0BbS rpaxaaH B Poccuiickoit epepaunu’.
3aKOH BBOZWT Psif, 04eHb BAXHBIX MOHSTUIA U onpeseneruii. B tom
4nCne, KacarLWmxca peakux 6onesHeii. MpuBoanuM NONHbINA TeKCT 44
CTaTb:

Cratbs 44. MeAMUMHCKaA NOMOLLb FPaXKAaHaM,
cTpapawwmuM peakumMu (opdaHHbIMMU)
3aboneBaHUAMMU

1. Pegkumn (opdaHHbiMM) 3ab0neBaHMAMK SBASIOTCH
3ab0n1eBaHMs, KOTOpbIE MMEIOT PacnpoCTPaHEHHOCTb He Bonee 10
cnyyaes 3abonesanms Ha 100 Teicy HaceneHms.

2. MepeyeHb peakux (opdaHHbIX) 3aboneBaHuin GopmupyeTcs
YNOHOMOYEHHBIM (hefiepanbHbIM OPraHOM UCMONHUTENBHON BAACTH
Ha OCHOBAHWM CTATUCTMYECKMX [AHHBIX M Pa3MelLaeTcs Ha ero
0dULMANLHOM CaifTe B CeTH "MHTepHeT".

3. MepeyeHb XM3HEYrpoXawWUX M XPOHUYECKMX
NpOrpeccupytowwmx peLkux (opdaHHbIx) 3a601eBaHuit, TPUBOAALLMX
K COKPALLEHMI0 MPOSOMKMTENbHOCTU KM3HW TPAXOAH WM UX
WHBANMOHOCTM, M3 uMcna 3ab0NeBaHWM, YKa3aHHbIX B 4acTu 2
HacTosiwen CTaTbu, yTBepxaaetcs [lpasutenbctBoM Poccuitckoii
Menepauuu.

4, B uengax obecnevyeHus rpaxpaH, CTpafatowwmx
3300/1€BaHNAMM, BK/TIOYEHHBIMA B MEPEYEHb, YTBEPKAEHHbIA B
COOTBETCTBMM C YaCTbl) 3 HACTOALLEA CTaTb, NEKAPCTBEHHBIMM
npenapatamMu ocyliectenseTcs BefeHne MefepanbHoro perucrpa
ML, CTPAfAKLWMX KU3HEYTPOXKAKWMMU U XPOHUYECKUMU
NpOrpeccupyoWwmMn  peskumn  (opdaHHbIMM) 3ab0NEBAHUAMM,
NPUBOASALLMMY K COKPALLEHMIO NPOLOMKUTENBHOCTU KU3HU FPaKAaH
WM UX MHBANMAHOCTY (Banee B HaCTosIeli CTaTbe - MefepanbHbiii
PerucTp),CofepxKalLero cneaytoLLme CBefeHus:

1) cTpaxoBoi HOMep MHAMBWAYANbHOTO NWLEBOTO CYeTa
rpaxaaHnHa B cucTemMe 0693aTeNbHOT0 MEHCMOHHOTO CTPaX0BaHMS
(npu Hanuumw);

2) hbamuaus, ums, 0TYECTBO, a Takxke Gammuaus, Kotopas bbina y
rpaXaaHnHa npyu poXaeHUM;

3) paTa poxaeHus;

4)non;

5)anpec MecTa XuTenbCTsa;

6) cepust M HOMep nacnopTa (CBUAETENLCTBA O POXAEHUN) UK
YLOCTOBEPEHUS IMYHOCTM, AATA BbIAAUM YKA3aHHbIX JOKYMEHTOB;

7) Bata BKtoueHus B MeaepanbHbli peructp;

8) anarHo3 3aboneBanus (COCTOAHME);

9) uHble cBepeHus, onpepensembie [1paBUTENbCTBOM
Poceuitckoin Gepepaumn.

5. Benenne MepepanbHOro peructpa OCylLecTBASETCS
YNOMHOMOYEHHBIM (hefepanbHbIM OPraHoM UCMONHUTENBHON BAACTH
B nopsake, yctaHoBneHHOM [lpaButenbctBoM Poccuiickoli
(Menepauun.

6. OpraHbl rocynapcTBeHHOM BnacTM CybbekToB PoCCHIACKOI
(Mepnepaumy OCYWECTBASIOT BeAEHME PErMOHANbHOTO CerMeHTa
(enepanbHOTO perucTpa M CBOEBPEMEHHOE NpeACTaBieHue
CBeAEHNN,COAEPXKALUMXCSA B HEM, B YNONHOMOYEHHDIN GeaepanbHbii
OpraH WCMONHUTENbHOW BAACTM B MOPAAKE, YCTAaHOBEHHOM
MpasuTenbcteoM Poccuiickoii Mepepauum.

[laHHaq CTaTb  QueHb BaXHa, MOCKObKY OHA AAET YeTKoe
onpeaeneHue - Kakue 6onesHu CIefyeT CYUTaTb PenkuUMM, KAKoB
nopsaok (OpMUpOBaHMS MepeyHs pedkux 6OonesHed, W Kak
pacnpenenseTcs OTBETCTBEHHOCTb 3 Be,€HUE PErucTpa NaLmeHToB
C pefkumMm 3a601€BaHNUSIMM.

Takxe Bonpoca pacnpefeneHus MONHOMOYMIA MexXAy
(GenepanbHbIM LLEHTPOM UM PErMOHaMM N0 JIeYEHUK W
(MHaHCMPOBaHMIO peakux bonesHeld, kacattc ctatbn 15 u 16.
Cratbs 15 Bctynaets cuny ¢ 2014 roga.

Cratbi15. Mepepava ocywecTBNeHUs
nonHomoumi Poccuitckon Pepepaumn B cdepe
OXpaHbl 340pOBbS OpraHaM rocyAapCTBEHHON
Bnactu cyobektos Poccuitckoi Mepepauun

1. Poccuinckas @Depepauna nepepaer opraHam
rOCyLapCTBEHHOW BRacTM cybbekToB Poccuitckoit Depepaumu
0CyLLeCTBNEHME CNeAYHOLLMX TONHOMOYMN:

2) opraHusaums obecnevenus nuL, GonbHbIX remModuaneri,
MYKOBMCLMAO030M, TMNOMU3apHBIM HAHWU3MOM, 6onesHbio [ouwe,
3710Ka4eCcTBEHHBIMU HOBOOOPA30BaHUAMU AUMDOULHOMN,
KPOBETBOPHOM M POACTBEHHDBIX UM TKAHEM, PaCCeSHHbIM CKNEePO30M,
NML, mocne TpaHCMAaHTaLMM OpraHoB W (Mnu) TKaHew
NeKapCTBeHHbIMKM MpenapatamMu N0 MepeyHio, YTBEePKAaeMOMY
MpasutenbcteoM Poccuiickoi Deaepauum.

2. CpencTBa Ha OCYLLECTBAEHME NEPEfAHHDBIX B COOTBETCTBUM C
yacTbto 1 HacTosiwelt CTaTbW MOMHOMOYMIA NPeayCMaTpUBAKITCA B
BMAe CybBEHLMIA M3 DeaepanbHOro bromxeTa (nanee - CydBeHLMM).

3. 06wuit 06beM CpeACTB, NPELYCMOTPEHHbIX B QELepanbHOM
bromkeTe B Buae CybBeHUMH OtomkeTaM CybbekToB Poccuitckoi
(Mepnepauuy, onpeaensieTcs Ha OCHOBaHUM CNERYIOLMX METOAMK,
yTBepxaaembix pasutenscraom Poccuiickon Denepauum:

1) Ha ocywecteneHne ykasaHHoro B nyHkTe 1 wactm 1
HACTOSLLEH CTaTbM MONHOMOUMS UCXOAS U3:

a) YNCNEHHOCTM HaceneHus;

0) KONMuecTBa MeOMLMHCKUX OpraHu3auui, OCylecTBieHue
MOHOMOUMS MO NIULLEH3MPOBAHMIO MEAMLMHCKON LEeATENbHOCTH
KOTOPbIX MepedaHo OpraHaM rocyaapCTBEHHOW BNACTU CybbekTa
Poccuitckoii Mefepalnu; KOMMYECTBA anTeYHbIX OpraHuU3aLMi,
OCYLLECTBASIOWMX Peanu3aLni0 HACeNeHUID NeKapCTBEHHbIX
npenapaTtoB M MeULMHCKUX M3LeNuii, HapKOTMYECKUX CPeAcTB,
MCUXOTPOMHbIX BELLECTB 1 UX NPEKypCOpOB;

B) MHbIX NOKa3aTenei;

1) Ha ocCylwecTBNeHWe YKa3aHHOTO B MyHKTe 2 vactn 1
HACTOALLEM CTaTbW MONHOMOUMS UCXOAS U3:

a) YACNEHHOCTM NULL, BKIOYEHHbIX B (EAepaNbHbIA peructp,
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HoBoe B jieyeHUH

PETKME bOJIESHA

npeayCMOTPEHHbI YaCTbio 8 HACTOALLEN CTaTby;

0) exerogHo ycTraHaBnnBaemoro [paBuTenbCcTBOM POCCHIACKOI
(Mefepauym HopMaTUBa PUHAHCOBbIX 3aTpaT B MECAL, Ha OAHO IULLO,
BK/IKOYEHHOE B DefiepabHblii perncTp, NpeayCMOTPEHHbIN YacTbio 8
HaCToSILLei CTaTby;

B) MHbIX OKa3aTene.

4, CybBeHUMM NpeaoCTaBAATCS B COOTBETCTBUM C OHOIKETHBIM
3akoHoaaTenbCTBoM Poccuiickoit Mepepaumu.

5. CybBeHUMM Ha oOcCywlecTBNEHME YKa3aHHbIX B yactu 1
HACTOALLEN CTAaTbW NOJTHOMOYMIA HOCAT LIeNIeBOM XapaKTep 1 He MoryT
ObITb MCMONB30BAHbI HA ApYrue Lienu.

6. B cnyyae ucnonb3oBaHMa CyOBEHUMA He MO LieneBoMy
Ha3HauyeHW (efepanbHblii OpraH MCMONHUTENbHOM BAACTH,
OCYLLECTBASOWMIA BYHKLMM MO KOHTPOMO W HAA30pY B HMHAHCOBO-
OtomKeTHON Ccdepe, BNpaBe B3biCKaTb 3T CPeACTBA B MOPAOKE,
YCTaHOBNEHHOM 3aKOHOAATeNbCTBOM Poccuiickon Denepaumm.

7. YnonHOMOYeHHbIV (efepanbHblil OpraH WUCMONHUTENbHOI
BnacTu:

1) w3paeT HopMaTtMBHble MPaBOBbIE aKTbl MO BOMPOCaM
OCYLLECTBNEHMS YKA3aHHbIX B 4acTM 1 HactoAwen CTaTtbu
MONHOMOUMIA, B TOM YUCNE AAMUHUCTPATUBHbIE pPErAMEHTbI
npefoCTaBNeHUS TOCYAAPCTBEHHLIX YCAYT M WUCMONHEHMS
rOCYLapCTBEHHBIX QYHKLMIA B YaCTW NepeaaHHbIX NOJHOMOYMN;

2) u3naer obf3aTeNbHble AR WUCMOJHEHUS OpraHamu
ucnonHuTenbHol Bnactu cybvekto Poccuiickoit Depepauum
MEeTOAMYECKME YKA3aHUA M MHCTPYKLMM MO BOMPOCaM
OCYLLLECTBNEHMS NepeSaHHbIX NOHOMOUUIA;. ..

5)rotosuT v BHOCKT B [TpaBuTenscTBo Poccuiickon Depepaunm B
CN1yyasx, YCTaHOBNEHHbIX QefepanbHbIMU 3aKOHAMM, NPEAJIOXEHHS
00 W3bSTMM Y OpraHoB TrOCYHAPCTBEHHOW BNACTM CyObEKTOB
Poccuiickoit Deaepauymm nepeaaHHbIX OTHOMOUMN.

8. QepepanbHbili peructp auu, OONbHbIX remModuanei,
MYKOBMCLLMA030M, TMMOGU3apHbIM HaHU3MOM, OonesHbio lowe,
3/10Ka4eCTBEHHbIMM HOBOODOpPa30BaHMAMM AUMPOUAHON,
KPOBETBOPHOW M POACTBEHHBIX UM TKAHEH, PaCCeSHHbIM CKNEPO30M,
NML, NoCne TPAHCMNAHTAUMW OpraHOB W (W) TKaHel BeLeTcs
YNOAHOMOYEHHBIM (hefiepanbHbIM OPraHoM UCMONHUTENbHOM BAACTH
B nopsake, yctaHoBneHHoM [lpaBuTenbctBoM Poccuiickoi
(Mefepaumu,  COBEPXKNUT CELYIOLLNE CBEAEHMS:

1) cTpaxoBoi HOMep WHOMBMAYANbHOMO NMLEBOMO CyeTa
rpaxaaHnHa B cucTeMe 0693aTeNbHOTO NEHCMOHHOIO CTPaX0BaHMS
(npu Hanuuum);

2) hamunusa, UM, 0TYECTBO, @ TakxKe GamMuaus, kotopas bbina y
rpaXaaHuHa Npy pOXAeHU;

3) pata poxaeHus;

4)non;

5)anpec MecTa XuTenbCTBa;

6) cepus M HoMep nacnopra (CBMAETENbCTBA O POXAEHNM) UK
YLOCTOBEPEHUS IMYHOCTM, 4ATA BbIAAUM YKA3aHHBIX JOKYMEHTOB;

7) BaTa BKM0YeHMS B henepanbHblil perucrp;

8 Poccuu

8) anarHo3 3abonesaHus (COCTOAHNS);
9) uHble cBepeHus, onpepensiembie [1paBUTENbCTBOM
Poccuiickoii Degepaumu.

12.MpasutenbcTao Poccuitckoii Mefepaium Bnpase NpuHUMATh
pelleHue O BKNKYEHUM B NepeyeHb 3ab0neBaHWM, yKa3aHHbIX B
nyHkTe 2 yvactm 1 HacTosweid CTaTbu, LOMONHUTENbHBIX
3aboneBaHuit, ANS NeveHus KOTOpbIX obecneyeHue rpaxaaH
NEeKapCTBEHHbIMM MpenapaTamMu OCYLLeCTBASETCS 33 CYeT CPeacTB
(benepanbHoro broaxeta.

Cratb 16 roBOpUT O MONHOMOYUSIX PETMOHOB, B
TOM Y1Cne, B TOM Yncie B 06nacT1 nomoLm 60/1bHbIM
penkummu 3abonesaHuamu. OpraHuzauus
JIeKapCTBEHHOTO OﬁECI‘IE‘JEHMﬂ, OKd3adHue
Creunannm3MpoBaHHOM,  BbICOKOTEXHOMIOTUYHOMN,
NananMaTMBHOW NOMOWM - BCE 3ITO 30HA
OTBETCTBEHHOCTH CybbekToB PO.

[p1BOAMM BbIAEPXKKY 13 CTaTby 16:

Cratbs 16.lonHomMoums opraHoOB rocyAapCTBEH-
Hoii Bnactu cyobektoB Poccuickoii Mepepaumn B
cdepe oxpaHbl 380p0OBbS

1. K nonHomMouusM OpraHoB roCyfapCTBEHHOM BiaCTy
cybvekToB Poccuiickoli Mepepaumm B cdhepe OXpaHbl 3L0pOBbSA
OTHOCATCS:

1) 3awwmTa npaB 4YenoBeka U rpaxzaaHuHa B chepe OXpaHbl
3[10pOBbS;

1) pa3paboTka, yTBEpXAEHME M peanu3auus nporpamm
pa3BUTUS 34PaBOOXpaHeHUs, obecneyeHUs CaHUTApHO-
3NWUAEMMOIOTMYECKOTO OAAronoayuns HaceneHus, npoduUAaKTUKu
3aboneBaHni, opraHuzaumns obecnevyeHus rpaxnaH
NEKApCTBEHHbIMM NpenapatamM U MELMUMHCKUMU M3LENusMK, a
TaKXKe y4acTMe B CAHUTAPHO-TUIMEHMYECKOM MpOCBELEeHUN
HaceneHus;

3) pa3paboTka, yTBepXaeHWe U peanu3aLms TeppuUTopuanbHoi
NpOorpamMMbl TOCYAAPCTBEHHBIX TAPAHTUI 6ECnAATHOr0 OKasaHus
rpaxnaHaMm MeAWLMHCKOM NOMOLM, BKAOYalOWen B Cebs
TEppUTOpUaNbHY0 NporpaMmy 0693aTeNbHOr0  MEAULMHCKOTO
CTPaX0BaHus;

4) hopMupoBaHMe CTPYKTYPbl MCMOJHUTEbHbIX OPraHoB
roCyfapCTBEHHOM Bnactn cybbekta Poccuitckoit Menepaumu,
OCYLLLECTBAAKLLMX YCTAHOBNEHHbIE HACTOSLLEI CTaTbe! NONHOMOYMS
B chepe OXpaHbl 340pOBbS, W YCTAHOBNEHWE MNOPSAKA KX
OpraHW3aLmMm 1 LeATENbHOCTH;

5) opraHu3aums okasaHus HaceneHmio cybvekta Poccuickoii
(Mepepauuyu NEpBUYHON MEAMKO-CAHMTAPHON MNOMOLM,
CNeLManu3MpoBaHHOM, B TOM YUCIe BbICOKOTEXHONOTMYHOM,
MeAMUMHCKOW NOMOLWM, CKOpOM, B TOM uMCie CKOPO
CNEeuMann3MpoBaHHON, MELMUUMHCKON NOMOWM M NanAMATUBHOM
MEeJMLMHCKOM MOMOLM B MEAMUMHCKMX OpraHu3aumax cybbekTa
Poccuitckoii Depepauny;



Ne01 /2012

6) co3naHMe B MNpedenax KOMMETEHUMH, OnpedeneHHom
3aKkoHoaaTenbcTBoM Poccuiickoli Mepepauuu, ycnoBuin ans
Pa3BUTUS MELULMHCKON MOMOLWM M 0becneyeHus ee JOCTYMHOCTH
ANS TPAKAAH;

10) opraHu3aumus obecrneyeHus rpaxaaH NeKkapCTBEHHbIMMU
npenapatamu 415 nevenuns 3a601eBaHNi, BKITOYEHHDBIX B MepeyeHb
KM3HEYTPOKAIOWMX M XPOHUYECKMX MPOTPECCUPYIOLLMX PeaKnX
(opdaHHbix) 3abonesaHniti, NPUBOAAWUX K COKPALLEHMUIO
NPOLOMKUTENLHOCTA KU3HM TPAXKAAHMHA WMAM  MHBANWUAHOCTH,
npeayCMOTPEHHbIN YacTblo 3 cTaTby 44 HacToswero MeaepanbHOro
3aKOHa;

14) yctaHoBneHMe Mep COLMANbHOM NOALEPKKM MO
OpraHM3auuM O0Ka3aHMs MeSMLMHCKOW MOMOWM NuuaM,
CTPAfAoWMM  COLUANbHO 3HAYUMbIMKU 3ab60NEBAHUAMU W
3ab0neBaHNAMM, NPEACTABASIOWNAMM ONACHOCTb AN OKPYXAOLLMX,
W N0 OpraHu3aumMm obecneyeHns YKasaHHbIX UL, NeKapCTBEHHbIMMU
npenapartamy;...

B cratbe 57 roBOpwTCS O CTaHAAPTAX M NOPSIAKAX
OKa3dHK4A MG,EI,VILI,MHCKOIZ noMoOLLK, KOTOPblE€ AOJTXHbI
ObITb NPUHATLI MO BCEM B TOM YuCne peakum
3abonesanusam B 2012 rogy.  [1.5 gaHHoM cTaTbu
[d€T Haaexay Ha AOCTYNHOCTb HOBbIX MPEnapaTos,
[AXe eC/IM OHW He BXOAST B CTaHAAPTbI IeYeHUs, HO
HEOﬁXO,ﬂ,MMbI MO XM3HEHHbIM MOKa3aHUAM.

Cratba 37. MNMopsapku OKasaHMs MeAMULIMHCKOM
NOMOLLMU U CTAaHAAPTDI ME,U,MI.I,MHCKOﬁ MOMOLLIK

1. MemMuMHCKas MOMOLb OpPraHM3YeTcs M OKasbiBaeTcs B
COOTBETCTBMM C MOPSIAKAMM OKa3aHWUS MELMLIMHCKOWA MOMOLLM,
00s3aTeNbHbIMM  AN1S MCMOHEHMS Ha Tepputopun Poccuitckoi
(Mefepaunm BCEMM MELMUMHCKMMM OPraHM3aumMsiMM, @ Takke Ha
0CHOBE CTaHAAPTOB MeAULIMHCKOM NOMOLLM.

2. MopsiakM 0Ka3aHMS MEOMLMHCKOM MOMOWM W CTaHAApTbI
MeAULMHCKOW NOMOWM YTBEPXKAAKTCS YNONHOMOYEHHbIM
(efiepanbHbIM OpraHOM UCMONHUTENBHOW BAACTH.

3.MopsaoK OKa3aHMs MEAMLMHCKOI MOMOLLM pa3pabaTbiBaeTcs
no OTAENbHbIM ee BuAaM, nNpodunsm, 3ab0neBaHWsM Uau
COCTOSHMAM (rpynnam 3ab0neBaHuit UM COCTOSIHMIA) M BKAKOYAET B
cebs:

1) 3Tanbl 0ka3aHus MeSULIMHCKON NOMOLLK;

1) npaBuna oOpraHu3auuu LeATeNbHOCTU MegULMHCKOM
OpraHW3aLmu (ee CTPYKTYpHOr0 NoApasAeNneHus, Bpaya);

3) CTaHOApT OCHALLEHMS MEeOMLMHCKOWM OpraHu3auuu, ee
CTPYKTYPHbIX NOAPa3aeNeHuit;

4) peKkoMeHZyeMble WTATHbIE HOPMATMBbI MEAULMHCKON
OpraHu13aLmu, ee CTPYKTYPHbIX NOAPA3AeNeHuit;

5) wHble MonoXeHus ucxoas M3 0COBEHHOCTEN OKa3aHus
MeIMLMHCKOM MOMOLLM.

4. (TaHmapT MeOMUMHCKOA nomowy paspabatbiBaeTcs B
COOTBETCTBMW C HOMEHKNATYPOM MeULMHCKMX YUIYT U BKKOYAET B
cebs ycpenHeHHble MOKa3aTenu YacToTbl MpefoCTaBNeHUs W
KPaTHOCTM NPUMEHEeHMS!:

1) MemmMumMHCKux yenyr;

2) 3aperucTpupoBaHHbIX Ha Tepputopun Poccuiickoi
(Mefepaunm NekapCTBEHHbIX MpenapaTtoB (C ykasaHueM CpemsHuX
[03) B COOTBETCTBUM C MHCTPYKLMER NO NPUMEHEHUID
NIeKapCTBEHHOTO npenapata 1 (apMakoTepaneBTUYeCKoi rpynnoil
N0 aHATOMO-TepaneBTUYECKO-XUMUYECKOM KnaccudukaLmu,
peKOMeH10BaHHOI BceMMpHOI opraHn3aLmeit 30paBoOXpaHeHHs;

3) MeOMUMHCKMX W3LeNuid, UMNNAHTUPYeMbIX B OPraHu3Mm
YenoBeka;

4)KOMNOHEHTOB KPOBY;

5) BuaoB neuebHOro NUTaHMs, BKNKOYas CNeLmanyu3MpoBaHHble
NPOAYKTbI 1e4eBbHOr0 NUTaHMS;

6) MHOTO MCXOLS M3 0COBEHHOCTEl 3aD0eBaHMS (COCTOSHMS).

5. HasHaueHne ¥ npuMeHeHue NeKapCTBEHHbIX Mpenaparos,
MELULMHCKUX WM3AeAMA UM CMeLManu3uMpoBaHHbIX MpPOLYKTOB
neyebHOro NMUTaHWS, He BXOAALMX B COOTBETCTBYIOWMIA CTaHAAPT
MeOMLMHCKOM MOMOLLM, AONYCKAKTCA B CAydyae HanMuus
MeAMLMHCKUX NOKa3aHuii (MHOMBMAYaNbHOM HenepeHocuMoCTH, No
KM3HEHHbIM MOKA3aHMAM) MO PeLLEeHMI0 BpauebHON KOMUCCUM.,

bonbuias pabora bbina NpoBeaeHa MHOTMMM 0DLLECTBEHHBIMM
OpraHu3auuamMmu, 4tobbl 3TOT 3aKOH Obln MpuUHST. BHocunmch
MOMPaBKM, UCMIPABNEHNS, MPOBELEHO MHOMO COBELAHMIA. bonbLas
OpraH13aLMOHHas ponb NpUHAANeXuT Bcepoccuiickomy coto3y
naumeHToB ¥ COBETY MaLMEHTCKMX OpraHM3aLmil Mo 3aliuTe npas
nauMeHToB npu MuH3gpascoupassutus Poccuu, Kotopbiii Gbin
oprahusosaH B uioHe 2011 roga. bonee nogpobHo mpo paboty
CoBeTa Mbl pacckaxeMm B ipyrux HOMepax Halero xypHana.lonHyto
uHdopmaumio o CoeTe no 3alLuTe NPaB NALUEHTOB MOXHO HalTh
Ha caitte MuH3apaBcoLpa3BuTus Poccumn

http://www.minzdravsoc.ru/
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HpOCTO 0 CJIO’KHOM

PE/TKIF, BOJIESHH

8 Poccuu

[IpocTO 0 C/I0KHOM

Mo cratuctuke bonee 80% Bcex pefikux 3aboNeBaHMiA UMEHT reHeTHYeC-
Kyt MpuumMHy. MIMEHHO MO3TOMy 3HAHWMS O TOM, YTO TaKOe reHeTMdeckue
DOnesHM, Kak OHM HACIELYHTCS OYeHb BAKHbI NS CeMeld, CTPajaloLmX
penkumu 6onesHamu. Ecm B ceMbe ecTb B0NbHON YeNOBEK, MHOTME 3aAatoT
BOMPOCbI:  MOXET /v 3T0 MOBTOPUTCS Y ApYruX fieTeli ( Opatbes U cectep)?
3abonetot v ero fieTH, M MOXET M OH BOODLLE MMETb AeTelt? ECTb i pUcK, 4To
Y KOro-To M3 POLCTBEHHUKOB TOXe ByneT Takoe 3aboneBanne? Ha Bce 31
BOMPOCHI C pacYeTaMM pUCKa LOMKEH OTBEYATb BPAY-reHeTUK. Bpaun reHeTnku
paboTaloT B MeaMKO-TEHETUYECKUX KOHCYNbTALMSIX, KOTOPbIE €CTb B KXKOM
pervote Poccuitckoit Mepepavim.

B nepsoM HOMepe ypHana Mbl paccKaxeM BaM O CaMOM [aBHO
monekyne - Monekyne [IHK. MiMeHHo B 3101 MOnieKyne C NOMOLLbIO CneLmanb-
HOTO KOfia 3anucaHa Hawwa reHetnyeckast mHdopmaums. IHK - nccnenosamus
MPOBOAAT 4151 NOATBEPXKAEHNS AMarHo3a OnpeaeneHHoro HacieaCTBeHHOMo
3360/1eBaHNs, UAEHTUDMKALMM IMYHOCTM YeNOBEKa, YCTAaHOBNEHUM POACTBA.
Ha pmucke Bbl HaligeTe ManeHbkuiA GunbM MPO MONEKYNsipHble OCHOBI
HaCNeACTBEHHOCTY, KOTOPbI Dbl CO34aH MOCIE MOMHOMO CEeKBEHWUPOBAHMS
(pacwwmdposku nobykseHHoi cTpykTypbl) IHK yenoseka.

HemHoro ucropum...

Maes 0 TOM, 4T0 HOCUTENbHMLEN TEHETUYECKOM MHOPMALIMK ABNSETCS
[IHK nonyuuna pacnpoctpaHeHue coBceM HeflaBHO - Tonbko B 50 rogax 20
Beka. Ho, fiaxe He 3Has 0 TOM, Kakyto MONEKYNSIHYI0 NPUPOY UMeET camas
[MaBHash MONEKYNa, y4eHble NOHUMANM, KAKUMMU YHUKANbHBIMM XapaKTepUCTy-
KaMu OHa O/MKHa 06nafath:

[eHeTuueckuit Matepuan [OMKeH COLepXaTb, XPaHUTb CIOKHYH W
pa3H006pa3Hyt0 MHOOPMALMIO - HABOP MHCTPYKUMIA ANS KXKLOM KNETKU U
BCero opraHu3Ma. pu 3TOM MHOOPMALMS [OMKHA OTIMYATBCH, TaK Kak
CYLLeCTBYIOT Pa3Nnums U MEX[LY OAbMM, XMBOTHBIMU W MEXLY KNETKAMM.

[eHeTnueckuit MaTepuan LOMKEH akKypaTHO KonupoBaTbcs. [pu KakaoMm
LeNEHUN KNETKU FeHeTUYECKUE MHCTPYKLIMM JOMKHbI CTPOTO NepenaBaThcs 13
MOKONEHMS B NOKONEHME.

[eHeTMueCkuii MaTepuan [OMKEH KakuM-TO 00pa3oM KOAMpOBaTb
«peHoTMN» - TO eCTb BCE BHELUHME MNPOSBNEHMS, BCe OMOXMMMYeCKue
npoLeccsl.

Uctopus otkpbitns [IHK - ofHa M3 CaMbix 3aXBaTbiBAOWMX B HAyke, U
Hayanacb OHa o4eHb AaBHO. B 1868 rony Gpumpux Muwep 3aHumMancs xumueit
rHos. HOV copepxuT benble KneTku KpoBu € 6obLummMm sapami. OH Bblaemn 3t
aopa W 0BHapyXwW, YTO BHYTPU HUX COLEPKUTCS COemMHeHMe, obnapatoee
CBOWCTBaMM KMCNOTbI M Boratoe dochopoM. MulLep Ha3Ban ero  «HYKNEH», 10
€CTb MaTepuan, CoepalLuiics B siape. [103aHee ero y4eHuku nepeumeHoBa
370 BELLECTBO B HYKNIEUHOBYIO KMCIIOTY (COLEPXKALLAACS B Spe kuanotas). B
1887 romy nocie psaa IKCMEPUMEHTOB CTaNO SICHO, YTO  HACIENCTBEHHOCTb
TeCHO CBS3aHa C KNeTOYHbIM SapoM. Tak kak B sape conepkanacb [OHK u benky,
ObiN0 He MOHSTHO, KaKOe MMEHHO COBLVHEHME SBNSIETCH [MABEHCTBYIOWMM B
nepefaye M XpaHeHWM HacnencTBeHHo mH@opMaumm - Genok wim [HK.
Xumuueckuit coctaB [IHK 6bin paciumdpoBaH 3a3a0Aro [0 OTKPbITAS POAK 3TON
MOJEKYNbl B HACnencTBeHHOCTW. bbino wm3sectHo, uto [HK oueHb Gonbluas
MonieKkyna, TaK Ha3biBaeMas Makpomonekyna. C TOUKM 3peHMs XvMMM OHa
npencrasnser coboil nonmMep, Te. COCTOMT M3 MHOXECTBA MOBTOPSHOLLMXCS
€VMHUL, — KK3S U3 KOTOPbIX COAEPXKMT caxap, hocdat v a30TUCTOe OCHOBaHMe.
[laHHas envHMLI MMeeT Ha3BaHMe HYKNEOTUE, X 0DO3HAYAKOT NATUHCKUMM WK
pycckumm Byksamu A (A) -apenmH, I (G)- ryarun, LL (C) - umrozuH u T (T TumuH.
Tonbko yueHble owmbouHo — npepnonoxunm, yto OHK coctout w3 cepwii
MOBTOPSIOLLMXCS YeTEPEXHYKNEOTUAHDIX EAMHMLL Takas CTPYKTYPa, KOHEYHO, bblia
CMLLKOM NPOCTOM, YT0BbI 0GBACHNTB, KaK XPaHUTCS CIOXKHeNLas MHbopMaLms. C
3TOr0 MOMEHTA WCCNILL0BATENN YCTPEMUIUCD K M3ydeHuio benka. benku ropasno
COXKHEE - OHM CoCTosT 13 20 PazNUUHbIX aMUHOKMCIIOT 1, KOHEYHO, UX CTPYKTYpa
MOXET OTAIMYATLCA 3HAUUTENbHBIM pa3HO06pa3ueM. Ho, Kak BbISCHUOCh , [MaBHas
MO/IeKyna B Nepeaqe HaneaCcTBeHHOCTH, Bee-Taku [IHK.

Moka xummkn u3ysanu crpyktypy OHK, Guonoru npoBoamau akcnepu-
MeHTbI, YTOObl BbISICHUTb, YTO Xe SIBNSETCS WUCTOYHUKOM TEHETUYECKOM
uHdopmaumu. Llenbit psa, 3KCNepyuMeHTOB, NpoBeaeHHbIX Ha BakTepusx U
BMpYCaXx, ybeauTenbHo 10Ka3anu, 4To rasHas Monekyna- sto IHK. Monogple
u ambuuposHble [1.Yotcon u ®.Kpuk, npoaHanu3upoBaB BCe HaKOMNEHHbIE
[aHHble, oTkpbin B 1953 rogy Tpexmepryto crpyktypy [IHK. 3ameyatenbHoe
OTKpbITUE, KOTOPOE CAENaNM 3T YUeHble, 3aKKYAN0Ch B TOW YAUBUTENLHON
MPOCTPAHCTBEHHOI KOHQHUIypaLum, kotopyto obpasyet IHK.  Onu noHsnm,
YTO HYKNEOTWfbl He TOMbKO CBS3aHbl Mexay 000l B LIeMOuKyY, a Yto  ABe
LIeNoYKy M3 HYKNEeoTM0B TOXe MOryT 06pa3oBbiBaTb Mexay coboii CBA3N -
3a30TUCTblE OCHOBAHWSI OAHO U3 Lieneil CoeaMHEHbI C a30TUCTbIMM OCHOBAHMS-
MM ApYroli Lenu BOAOPOAHBIMM CBS3MM COMACHO NPUHLMNY KOMMIEMeHTap-
HOCTM: QA€HWH COEOMHAETCS TONBKO C TAMUHOM, [YaHWH — TOMbKO C LIUTO3MHOM
- Tak 0bpasyetcs ABoiiHas civpans JHK. 3HameHuTas ABOAHas Cnupans - TOT
PUCYHOK, KOTOPbIA HaM 3HAKOM 13 y4ebHMKOB U WUHTEpHeTa. Mctopum 3T0r0
OTKPbITUS  MPeaLIecTBOBaNa MPOAC/IKUTENbHAS M KponoTiuBas paborbl
Pozanuuapl ®paHKIMH, MMEHHO OHA MONYYMNA PEHTTEHOBCKUE CHUMKM
kpuctanna [HK. 31a xeHwmHa ymepna B 1958 rogy OT paka SMYHMKA U
He3aUTy)KeHHO Dbina 3abbiTa NPy LWYMHOM YCriexe, BbI3BAHHOM OTKPbITUEM
YorcoHa 1 Kpuka.

Yro xe penaer AHK?

MpencrasbTe cebe OrPOMHYI0 MOBAPEHHYH) KHUTY, B KOTOPOW XPaHSTCS
peLienTbl pasHbix 610, Tak 1 B Hawwei monekyne IHK 3anucana uHGopmavms
060 BCex Henkax YenoBeka - BCe MHCTPYKLMM, KaK 3TW OENKM HY)KHO MpUroTo-
BUTb CKO/IBKO, M KaKWUX MHIPEAMEHTOB B3Tb, KAK MX CMELLATb W NPU KaKok
Temneparype LOBOAKTb 10 FOTOBHOCTM. Bcs 3Ta MHopMaLms pasfeneHa Ha
MHOXECTBO TOMOB. Y yenoseka ux 23. XY xpoMocoMbl Onpeaensio Hal
non. Ewe ectb ManeHbkas kHwkka - mutoxoHmpuanbHas [HK (MT[HK),
KOTOPYI0 MHOTAA HA3bIBAKOT LOMOMHUTENBHOA XPOMOCOMONA. B kaxnoi kneTke
conepxutcs MHOXecTBO komuii MTIHK u 23 nmapbl XpoMocoM. MyxuuHbl
umetoT Habop 46XY, xeHlWwmHbl 46XX.  BHyTpW Kamol W3 XpoMOCOM
conepxutcs masHas monekyna - [IHK, oHa obepHyta benkamu u oueHb
KOMMaKTHO CBEPHYTa.

A uto xe Takoe reH?  [eH- 310 yyactok [IHK, kotopelii coctout u3
HECKOMbKMX ThICSY, @ MUHOTAA M COTEH ThiCY HYKNEOTUAO0B, U 3TOT Y4aCTOK, Kak
npasuno, 0cobbiM 06pa3oM KoaupyeT onpefeneHHbid Genok. feHbl MoryT
MOABEpraThCs MyTaLMAM —  M3MEHEHWSIM NOCIe0BaTeNbHOCTU HyKNeoT0B
B Lenu AHK. MyTauum MOryT — M3MeHsTb  XapakTepucTuku benka u, ux
pe3ynbTaToMm iBnseTcs 3aboneBanue. e 13BeCTHa NoCies0BaTenbHOCTb BCeX
FeHOB, HO Y4eHble 10 CUX NOP HE 3HAKOT, UTO IENIAET Ka/bli M3 HALUMX FeHOB,
KaK OHYW B3aUMOLLEMCTBYIOT YT C IPYrOM, KaK OHU PearvpyoT Ha U3MeHeHus!
OKpYXatoLLen Cpeabl M MHOTOe, MHOTOe Jpyroe elue CKpbiTo. B cnenyiolem
HOMepe )XypHana Mbl PACcCKaXeM BaM, KaK ODLLECTBEHHbIE OpraHM3aLum
MALMEHTOB MOMYT NOMOTaTb B HAYYHbIX MCCIEROBAHMSX U, KaKue 3aMeyaTenb-
Hble pe3ynbTaTbl ObUM NOMyYeHbl BNAroaapst akTMBHOCTU CEMei C PefKUMM
3aboneBaHMsIMU.
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Penkada cTpaHu4yKa

370 ManeHbkoe (MUIOCOMCKOE 3CCE OTPAXKAET MHOrOe, YTO
OLLYLAKOT CEMbM, KOTOPble CTONKHYAUCb C  6one3Hblo 61M3Koro
yenoseka. He ang Bcex 6one3Heit noka ectb NeYeHue, He BCEM NMOKa
MOXHO MOMOYb, HO HYXHO MNpOAOMXKaTb XWTb, PadoBaTbCs M
HaXO[MTb CYaCTNNBbIE MOMEHTbI B XKMU3HM.

(c) dvman Mepn Kuurom 1987 «[lobpo noxanosatb B
Tonnangmio»

«MeH$1 4acTo CrpalLMBaloT, KAKOBO 3TO — BOCMIMTBIBATh pebeHKa-
MHBanMaa. YTobbl NOMOYb TEM, KOMY HE [I0BENIOCH UCMbITATh TaKOe,
MOHSTb 3TOT YHUKANbHbIN OMbIT, 5 HaNKcana BoT uTo. Koraa Bbl kaeTe
pebeHKa, Bbl Kak 6yATO NAaHMpyeTe yBReKaTeNbHOE NyTellecTBUe - B
Uranuto. Mokynaete Kyyy nyTeBoAMTENEN M CTPOUTE 3aMeYaTeNbHbIE
nnaxbl. Konuseit. «dasuao» Mukenanmxeno. BeHeLMaHCcKue roHaonbl.
MoskeT BbITb, yunTe KakiMe-TO XOA0Bble BPa3bl HA UTANbSHCKOM. 3TO
04YeHb BONHUTENBHO. [TocNe HECKONbKMUX MECALLEB BONHUTENbHOTO
OXM[aHWS HAKOHELL HACTYMaAeT 3TOT AeHb. Bbl nakyeTe yemModaHbl 1
Bble3kaeTe. Heckonbko 4acoB CMyCTS CaMONeT NpuU3eMAseTcs.
BxoauT cTioapaecca v rosopuT: «[1o6po noxanoBatb B [onnaHAM0 .

«B Tonnanguto?!? - rosopute Bbl. - B Kakyto lonnanguio?? §
netena B Uranuto! 1 gomxHa bbina npubbITh B UTanmio. 1 BCo Xu3Hb
MeuTana Cbe3auThb B MTanuioy.

Ho peitc uamennncs. Camonet npuzemanncs B lonnaHamu, v Bam
NPULETCS 0CTaTbCs 34,eCh. BaxHO T0, 4TO BAC He 3aBE3/M B YXKaCHOE,
OTBpaTUTENbHOE, PA3HOE 3aX0NyCTbe, YMUpaloliee OT Mopa M
ronoga. 310 npocTo Apyras CTpaHa.

Mpuaetcs BbITH U3 CAMONETA M KYNUTb HOBbIE NyTeBOAUTENM. U
Bbly4MTb HOBBIV A3bIK. M BCTPETUTLCS C 1IOAbMM, KOTOPBIX Bbl HUKOTAA
Obl He BCTPETUAM.

370 NpOCTO Apyras CTpaHa. PUTM u3HM 30eCb MELIEHHEe, YeM B
Wtanum, MeHee Gpockuid, yem B Mtanumu. Ho nocne Toro, Kak Bbl
MOXWM 3L,eCb HEMHOTO 1 MepPeBeNM AiyX, Bbl OTNSHETECh - M HAYHETE
3aMeyaTb,yuTo B [0/N1aHANM eCTb BETPSHbIE MENbHMLIbI... M THONbNAHDI.
B Tonnanomuu ectb faxe kaptuHbl Pembpanara. Ho Bce Bawwm
3HAKOMbIe Ye3)XatoT B MTanuio 1 BO3BpaLLAKOTCS, BCe XBACTAKOTCA, KaK
YYLECHO OHM NpoBenn Bpems B Utanuu. M BCHo 0CTaBLUYHOCS XM3Hb
BaM OCTAETCA TO/NIbKO roBOPMTH: «[1a, BOT M Ty ke cobupanach.

bonb OT 3TOr0 HMKOrAA, HMKOTAA, HMKOrAA He npoiiaer
OKOHYATENbHO... NOTOMY YTO NOTEpS TaKOH MeyTbl — OYEHb, OYEHb
BaxkHas noteps. OgHaKo - eciu Bbl NPOBeAETe OCTATOK XKM3HM,
onnakuBas ToT BakT, YTo Bbl He Nonanu B Utanuto, Bbl HUKOTAA He
nony4uTE YOO0BONBCTBMS BCEMO TOr0 0CO6EHHOMO M MPEeKPacHOro, YTo
MOXET NPEeANoXNUTb BaM [ONNAHANS..
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BectH u3 PEruoHOB

PEHKI/IE bOJIESHI

8 Poccuu

BecTu U3 peruoHoB

MO3KeM 11 Mbl YTO-TO CALENATh, 4TOObI MU3MEHUTD MUP K NTyuLLEMY?
Mbl, ntogu, paboTaioLime B 0OLECTBEHHBIX OpraHU3aLMsX, CYUTAEM,
4YTO 3TO BO3MOXHO W peanbHO. Mbl MOXEM BAMATb Ha MpUHATUE
3aKOHOB, MOXEM COAeNCTBOBATb PA3BUTMIO HOBbLIX METOAOB
NeyeHus, YBENMYEHMIO 3HaHWIA 0 pefikoM 3aboneBaHmu. Ham oueHb
CIOKHO, TaK Kak Mbl MOXeM ObiTb BCEro OAHW €AMHCTBEHHblE B
DO/bLIOM ropofe MK Aaxe pernoHe C Haleit Boe3HbIo, HO PSAOM
eCTb 10K,y KOTOPbIX 04eHb CXOAHbIE NPo6neMbl 1, 06beanHSSCh, Mbl
CMOXEM WX 3QQEeKTMBHO pewaTb. B Kaxaom Homepe Mbl bynem
ny6nnKoBaTb JaHHble 00 OfHOM W3 PErMoHOB W AaBaTb MHAOPMA-
LMI0 0 NI0AAX, KOTOPbIE PSAOM C BAMU.

Cerogns Mbi pacckaxem o Pecnybnuke TatapcraH. B
3TOM, KaK M BO BCEX JpYruX PerMoHax Halleii CTpaHbl, NpOXMBAOT
naumeHTbl C pegkumu 6onesHaMu. MHOTME M3 HUX MOMyYarT
NeyeHune, ANS HEKOTOPbIX BOMPOChI NIEYEHUS MOKA HE PeLLeHbl.
(DeHUNKETOHYpHS, NeroyHas apTepuanbHas runepTeH3us, CUHAPOM
PeTTa, TMpPO3MHEMMS TMN 1, MyKONOAMCAXapUAO3bl, MYKOBUCLMAO03,
bone3Hb lowe, peakue GopMbl HapyLIEHWIA CBEPTLIBAEMOCTM KPOBM
- MaLMEHTOB C 3TUMK 3a60/1eBAHNSIMM Mbl 3HAEM M NOMOXEM BaM
HalTV MX appeca,yTobbl Bbl MOTIM 06LLATLCS M BCTPEYATHCA.

Yawe Bcero nauueHTbl C peakumu 6GonesHamu B nepeyto
ouepefib 00palLakTCa K BpayaM-reHetukaM. B r.KasaHu paboraet
0dHa M3 Nyywux MeamKo-reHeTMYeckux KOHCynbTauuin Poccum,
HaxoauTcs OHa B PecnybnukaHCKOW KAMHMYecKoW OonbHuLE.
ExxeroHo B koHcynbTaumto obpauatotcs 6onee 6000 cemeit. Bpaun-
reHeTukn  MIK nomoraioT BpayaMm [pyrux CneuuanbHoCTel
MOCTaBMTb AMArH03, yTOYHUTb HACTEACTBEHHDIN XapakTep 3abonesa-
HUS, ONpemenuTb PUCK POXAEHM 6ONbHOTO pebeHKa, OKasaTb
MOMOLLb CeMbe NpW NMNaHUPOBaHUM BepeMeHHOCTH, LOPOAOBYIO
[MArHOCTUKY HaCNeACTBEHHbIX 3ab0neBaHNi U MOPOKOB Pa3BUTHS.
Menyko-reHeTyeckas KoHcynbtauma u otaenenne Y3U  PKb
obecneynBaer BTOPOW  3Tam MAcCOBOTO YNbTPA3BYKOBOrO M
OMOXMMMYECKOTO CKPUHMHrA OepeMeHHbIX Ha XPOMOCOMHble
0oNe3HN U BpOX/IEHHbIE MOPOKM Pa3BMTUA. Ta KOHCyNbTaums
B3aMMOLENCTBYET C Beaylumu Meauko-reHeTudeckumu LieHtpamu
Poccun.

KoHTakTb!:
420064 r.KazaHb, OpeHbyprckuii TpakT,138
PecnybnnkaHckas KnMHU4ecKkas 60nbHMLA,

3as. MIK 3ynbdus UnbcyposHa BaduHa
Ten 269-53-60, pakc 261-41-25

€CTBEHHbIE OpraHu3auuu U
npe CTaBUTE/IbCTBA

Hekommepueckoe [MMaptHepctBo «llomowp
6onbHbIM MyKOBUCUMAO30M» Pecnybnuku Tatap-
CTaH. OcHoBHbIMM LensMu W 3adadamu [lapTHepCTBa SBASETCS
CO,IJ.EVICTBME OKd3aHMK NnomoLlM B COLI,I/Ia}'IbHOIZ peaﬁMﬂMTaLI,VIVI n
MeAMLIMHCKOM aaanTaumum 00NbHbIM MYKOBMCLXLO30M.

KoHTaKTbI: unp. 420025, . KasaH, yn. MpocnekT Mobezp!,182 6

JlerouHas AptepuanbHas runepTeHsus

B anpene 2011 rona co3naHa MexpervoHanbHas NauMeHTCKas
opraHuzauust «Cnactu 1 COXpaHmTby. 3T0 00LIECTBEHHAS OpraHm3a-
L, B KOTOPYH BXOASAT 60/1bHble ¢ JTAT /unu ux 6auskue poacTBeH-
HuKK. OpraHu3auus co3aaHa, 4Tobbl 06beAMHNTb HALM CUAbI, UAEM,
[LeNCTBUS M BO3MOXHOCTM. Befib N0 OTAENBHOCTM Mbl 04€Hb YSI3BUMbI.
Hawa opraHu3aums He NPOBOAMT, KakuX MO0 AeHEXHbIX COOpOB,
MOXEepTBOBAHWIA K T.N. Mbl mOMOraem Apyr Apyry, M aobusaemcs
LOMKHOTO K HaM OTHOLUEHWS M peanbHOM MOMOLLM.

KonTakTbi:
423570, Pecnybnuka TatapctaH, . HukHekamck, yn.Mupa, 1.66/2, ks.67.
Ten: 89372947805, E-mawn ililya-belle@yandex.ru

Accoumaumsa copeicTeus 60NbHLIM CHHAPOMOM

PetTa

Accoumaums cosgaHa B Lensx COAEACTBUS BbIMONHEHWIO B
Poccun uccnenoBanuit no npobnemMaM AMarHOCTUKM M peabunuTa-
Lmu cuHapoma PeTTa; okasaHus MHQOPMaLMOHHBIX M KOHCYNbTaTUB-
HbIX YCMYr M MOMOLLM CEMbSIM, B KOTOPbIX MPOXWBAKOT NN C
cuHapoMoM PeTTa,a Takke yupexaeHusM, COAENCTBYHLWNM
MEOMUMHCKMM M NedarorMyeckiM Hay4yHbIM WUCCNe0BaHUAM
CMHAPOMA, 0KA3bIBAOLLMM NOMOLLb MIHOASIM C CUHAPOMOM PeTTa u ux
cembsiM. B 2010 roay 8 Kaszanu npowen [Mepsbiit B Poccum Kpyrabliii
cton no npobnemMam cuHapoma PeTTa, Ha koTopbii npubbina Bepa
3BOHapeBa - POCCUIMCKAs TEHHUCUCTKA. JTO eLLe OfiHa [MaBHas, e
He CKa3aTb, LleHTpoBas, Gurypa B Accoumauum. 3a 2 MecsiLa fo 31oro,
cpasy nocne ¢puHana Yumbngorckoro TypHupa 2010, oHa Bbipasuna
KenaHue npoeectv B Poccuu MHGDOPMALMOHHYIO KaMNaHMi Mo
cuHapomy PeTTa. B ceMbe 6nu3kux edt ntofeit pacteT AeBouKa C
CMHAPOMOM PeTTa.

Mbl OCywecTBAsieM PacCbiiKy MaTepuanoB  pOAUTENSM K
cneumanuctam. Mol BefieM nepenucky B Gopyme Calita, roToBUM
MaTepuanbl AN nydanKaLmii Ha canTe, epeBOAMM C AHIMIACKOTO Ha
PYCCKMIA 513bIK MHDOPMALMIO, KOTOPAst MOXET ObITb MHTEPECHOM ANst
pOAMUTENEN, OCYLLECTBAsIEM "MPAMYI0 (BA3b CO CheLManuCTamu.
[Hopory ocunut naywwmii! Bmecte Mbl - cunal Ceityac Hac He Tak YK U
Mano - 81 cembs (B 40 pernoHax Poccun!),ecii BbITb TOUHBIMM.

lpoBenu nepayto KOHdepeHLMo no cuHapomy Petta B 2011
rofy,Ha KOTOPYI0 NpUeXanu CNeLManuCTbl U3 pasHblX YroaKOB Hawwler
CTpaHbiu EBponbi.

KoHTakTbI:
http://www.rettsyndrome.ru/, e-mail; rettsyndrome@mail.ru

Ko [IHto penkux 6onesweit B Pecnybnuke TatapctaH Obin
npoBefeH Kpyrblii CTon no npobnemaMm pefkux bonesHeid, B
KOTOPOM MPUHSM y4acTMe BPauu W MaLMeHTbl, pyKOBOAUTENM B
obnactu 3npaBooxpaHerus. OpraHusaTtopamu Kpyrmioro CTona B
TatapcraHe CTana 0bLwecTBeHHas opraHm3aums - [lomowm 601bHbIM
C cuuapomoM PetTa, Beepoccuiickoe 06wectBo 60MbHbIX peakumMm
op®aHHbIMM 3300/1EBaHNAMM. ECIM BbI POXMBAETE B 3TOM PEMMUOHE
- HaNULKTE HaM UK 0BPATMTECh B PErMOHANbHYIO 0DILECTBEHHYIO
OpraHu3aLuio.
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3HAKOMBTECH - MbI peJIKHue

HacuutbiBaetcs okono 7000 - 8000 dopm peakux 3aboneBaHmii,
BONbLWKHCTBO M3 KOTOPbIX (80%) OTHOCATCA K YMCNY HACNELCTBEHHDIX
bonesnei. [lpyrve penkve 60one3HM BKNKOYAKOT — MHAEKLMOHHDBIE
3300/1€BaHMA, AYTOMMYHHbIE,  OHKOMOTMYECKME W TepaToreHHbe,
Hexkotopble 13 3a60neBaHuit 06yCnoBneHbI KOMOMHALLMEN FeHeTUYeC-
KMX M 3Kk30reHHbIX hakTopoB. Okono 75% pepkux 3abonesaHuii
BCTPeYaloTCs y fieTeil, HO B psife CyyaeB CUMNTOMbI 3ab0eBaHus
MOTYT MpOsIBNSTbCA B MOAPOCTKOBOM BO3pacTe Wy B3POC/bIX.
HecmoTp$ Ha T0, 4T0 OHKONOTMYECKME 3aD0NeBaHMS, 3aHMMatOLLME 2-
€ MecTo no NpuYMHaM cMepTHOCTH B PO oTHOCATCA K uncny cowmans-
HO-3HAYNMBbIX, DONBLUMHCTBO M3 HUX ABASIOTCS peakuMu. [lnsg neyerus
KpaiiHe penkux 6onesHeli pa3pabaTbiBakOTCA CneLManbHble
npenapartbl, MHOTMe U3 KOTOpbIX B EBpONe UMetoT CTaTyC «0pdaHHbIX»
- OHKonornyeckue 60n€3HM KpOBM (MWUenoneikos, numdoma
XOMKKMHA W Opyrue), SHAOKPUHHON CuCTeMbl (MeaynnsipHas
a[leHOKApLUMHOMA LUMTOBMAHOW HKene3bl, COMATOTPONMUHOMA) U
MHOrMe gpyrve. Ecau mocMOTpeTb Ha KOAMYECTBO MpOBOAMMbIX
UCCNELOBaHMIA MO reHoTepanuu, To 04eBMAHO, YTO  OOMBIIMHCTBO U3
HMX - A5 OHKONOrMyeckux 3aboneBanuin. OHkonornyeckue 6onesHu
(8 nopasnstoLLeM BONbLIMHCTBE) HE SBASKOTCS HACTEACTBEHHBIMM, HO
OHM CBSA3aHbI C FTEHETUYECKUMU U3MEHEHUSIMM, TONILKO 3TW U3MEHEHMS
(MyTawum) HocsIT NproBpeTeHHbI xapakTep. 06 0AHOM M3 rpynn 3TUX
Done3Heli Mbl pacCKaXeM B 3TOM HOMepe.

CapKOMbI MAIFKMX TKaHei

Capkombl Markux TkaHeit (CMT) npepncrasnstot coboit rpynny
peaKMX 3710Ka4YeCTBEHHbIX HOBOODPA30BaHMI pa3NnyHON NoKanu3a-
LMK M TUCTONOTUYECKON CTPYKTYPbI, 00bEAMHEHHBIX 00WMM NPOMC-
XOXKLEHMEM W3 Me304epManbHbIX TKaHew. [10 AaHHBIM pa3fnyHbIX
asTopos, CMT cocTaBnstoT 15% BCex 310KaYeCTBEHHbIX ONyxonen y
peter u mwb 1-2,5% -y B3pocbix. COMMACHO MCCNENOBAHHUSAM,
nposegeHHbiM B MD Anderson Cancer Center, 5% CMT nokanusyetcs
B 06n1acTu rono.bl U Wwew, 8% - B 06nacTv rpyaHoii knetku, 12% - Ha
BEPXHUX U 26% — Ha HKHUX KOHEYHOCTAX, 23% onyxonei pacnona-
raeTcs B OPIOLIHOMA NONOCTM UM 33BPHOIMHHO U 26% - nopaxaet
BUCLepaNbHble OpraHbl. Kpome aHaToMUueckoro pasHoobpasus, CMT
XapaKTepuU3yKTC M MHOXECTBOM TUCTONOrUYeckUX MOATUMOB,
Haubonee YacTbiMW M3 KOTOPbIX SIBASIOTCS 3710KaYeCTBEHHbIE
(GUOPO3HbIE TUCTUOLMTOMBI, IMMOCAPKOMBI U IEA0CAPKOMBI.

CornacHo oQUUMANbHLIM CTATUCTMYECKUM AaHHbIM (DY
«MHMOW um. N.ATepuenas M3CP P®, 2010), 8 2009 roay uucno
BMEepBble BbISBNEHHbIX 3/10Ka4YeCTBEHHbIX HOBOODOPa30BaHMii
coctaBuno 3413 uenosek, u3 Hux 1317 Ha no3gHeit craguu (I11-1V),
CMEePTHOCTb - 3322 yenoseka. boNbLKMHCTBO 6ONbHLIX NPY NOCTAHOB-
Ke [OMarHo3a WMEKT CPaBHUTENbHO MONOAOA BO3pacT (CPemHwit
BO3paCT MALMEHTOB C CApKOMaMM COCTaBAseT 55 neT, npu 3ToM bonee
TpeTH Bcex nauueHto monoxe 30 net). fIBnssach penkuM pakom,
CapKOMbl MSITKMX TKaHeil 3aHMMAlOT, TeM He MeHee, TPeTbe MeCTo B
CTPYKTYpe CMepTHOCTM B rpynne naumeHToB Ao 29 neT. Mo3aHee
BbISIBNIEHME M BbICOKAs CMEPTHOCTb HANPAMYIO CBS3aHbl C OTCYTCTBU-
€M OHKOHACTOPOXEHHOCTM CPeau CneLmanucToB NEPBUYHONO 3BEHA,
HeBOMbLUIMM YNCIIOM Y3KOCMELMANU3MPOBAHHBIX Bpayel, Heobxoau-
MbIX 1S 3QQOEKTMBHOTO  BeAeHMS TakuX MaLMeHTOB, BKIOYas
HaBbIKM ONpefeneHns MopdONOrMieckoro TMNA M OLLEHKM CTajuu
OMyX0/W, UCNONb30BaHUS Ny4eBO Tepanuu B KauyecTe AOMONHU-
TENbHOrO METOfA NeYeHMs, BHEAPEHUE HOBLIX METOAMK Tepanuu C
yyeToM (hakTopOB NPOrHo3a 3aboneBaHms.

B 2010 ropy Ha 6a3e kpynHeiiwero B POCCMM OHKONOTMYECKOTO
ueHtpa, POHLL M. BbnoxuHa PAMH, 6bina co3gaHa BoctouHo-
eBponenckas rpynna no uyyenuio capkom. Liensmu [pynnsi agnsiotcst
MOBbILEHME KAyeCTBA MELMLUMHCKOM MOMOLWM, OKa3blBAeMOil
BONMbHBIM C CapKOMaMM, a Takke BHELPEHWe HOBbIX MOAXO0AO0B K
Tepanuu 3Toro 3aboneBaHusl B WMPOKYH KNMHUYECKYH0 MPaKTUKY.
Bcero 3a rog cywectBoBaHus [pynnbl HaM yAanocb 00beANHUTL MO, ee
«3HaMeHaMu» BedylMX BPAYei-CneLuanucToB no NeYeHmo 3Toro
penkoro 3abonesaHus. Pabota rpynnbl Besetcs No HECKOMbKUM
HanpaBneHusM, B TOM YUCIE KNMHUYECKOMY U 06pa3oBaTeNbHOMY.
Cneunanuctbl rpynnbl MPOBOAAT KOHCYNbTALWM MALMEHTOB K
MeaMLMHCKOM SOKYMEHTALMK, HANaXeH NPOCMOTP FMCTONOTMYECKOr0
MaTepuana 13 pervoHoB, pa3paboTaH U BeLeTcsl aKTUBHbINA perucTp
MaLUMEHTOB C CapKOMaMM MSTKUX TKaHerm W KkocTel. [1poBOAATCS
0bpa3oBarte/bHble MeponpuUsTMS Kak Ha b6aze deaepanbHbiX LEHTPOB
B MockBe, TaKk U B PErMOHax B BbIE3JHOM DPEXUME M OH-NAH.
CyMMWpy$, HAMM HaKOMNeH OrPOMHbIA MPaKTUYECKMIA M HAy4HbIN
OMbIT NIeYeHMs MALMEHTOB C CAapKOMaMM MMEHHO B YCIOBMSX
POCCUIACKON CUCTEMbI 34PaBOOXPAHEHMS.

HayuHble 3kcnepTsl [pynmbl akTMBHO Y4acTBOBANM B 0OLLECTBEH-
HO-MONMTMYECKMX BUCKYCCUSIX, IPEALIECTBYIOLMX BCTYMNEHMIO B CUIY
(henepanbHoro 3akoHa «06 OCHOBax OXpaHbl 3[0POBbS TPAKAAH,
NOCBALLEHHBIX  (HOPMMPOBAHMKD CNUCKA OPhaHHbIX 33a60NeBaHUI.
fpynna pekoMeHAO0BaNna BK/OYEHME BbICOKO3/0KAYECTBEHHbIX
CapkoM B QefepanbHbld CMMCOK OpdaHHbIX 3aboneBaHuid. Mbl
ronaraeM, Yto 3TOT Lar, Hapsay C CO3L4AHMEM CUCTEMbI OKa3aHws
MEeOMLMHCKOM MOMOLLM BOMbHBIM C CapKOMaMM M O0BHOBREHMEM
CTAHLAPTOB OKA3aHWS MeLMLMHCKOM NOMOLLM, YAYULLIUT AOCTYNHOCTb
DONbHBIX K XXM3HEHHO-BAXHO! COBPEMEHHON Tepanuu, NepenomMut
CUTYaLMIO C BbICOKOW CMEPTHOCTBIO OT 3TOTO paka.

Hayunbim CoseTom [pynmbl pa3pabotaHbl pekOMeHAaLuM Mo
CO30aHMI0 BCEPOCCUIMCKON CUCTEMBI OKA3aHWS MEAMULMHCKON MOMOLLM
6oNbHBIM € capkoMamu. Ha nmyTv K [OCTUXKEHWIO 3TOM Lenn Hamu
NpenoXeHbl CeayloLpe Wark:

Co3pnaHue CTaHAAPTHOrO MPOTOKOAA MOPQONOTMYECKOro
UcCneaoBaHmMs CapkoM

ObHoBNEHMe CTaHAAPTA OKa3aHMs MELMLMHCKOW MOMOLLM
60NbHBIM CAPKOMaMM, BK/THOYALLMM KOMOMHUPOBaHHYI0 Tepanuio, B
TOM YMC/IE COBPEMEHHbIMM TapreTHbIMU Npenaparamm

Pa3paboTka 1 MeTofMYecKas MOMOLLb BO BHEAPEHUM MOPSAKA
OKa3aHus MOMOWM OONMbHBIM C CapKOMaMM HA PasHbIX 3Tanax
3ab0neBaHNs, HanpaBNeHHOrO Ha ONMTUMM3ALMI0 BbISBNSEMOCTU W
AMArHOCTUKY, @ Takxke MaplupyTU3aLMi0 NALMEHTOB B YCIOBUAX
POCCUIACKOM CUCTEMbI 3L PaBOOXPAHEHNS]

OpraHu3aumus npoBeseHNs BbICOKOTEXHONOTUYHOMO NIeYeHMs B
Pa3HbIX NeYebHbIX YYPEXAEHUAX COTMACHO WUX TEXHWUYECKOW OCHa-
LEHHOCTU M YKOMMNEKTOBAHHOCTM Y3KOCMELManU3UpOBaHHbIM
kafpoBbiM cocTaBoM. CornacHo 06beMy M CNOXKHOCTU NevebHbIX
MAHUNYNALMA Tepanus CapkoM MOXET MpOBOAMTLCS MO3TAMHO B
Pa3HbIX CEPTUGULMPOBAHHBIX YUPEXAEHUSIX MCXOAS U3 TEXHUYECKO
OCHALLEHHOCTW NOCNEAHMX M CTEeNeHM KBanudUKaLmMm CneLmanmcTos.

KoHTakTbl:
®epnenko A.A. —ucnonHuTenbHblit aupektop AHO «BocTouHo-
eBponelickas rpynna no u3yyeHuio capkomy» http://www.eesg.ru/
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PE/TKIF, BOJIESHH

Hamu ucropuu
Junus

CerofiHs BbIMan nepBblii CHET.

benblit, yncTbliA...B 0aMH 13 Takmx
[IHEl 1 NePeoCMbICUA CBOK) XKU3Hb.
M Havana Bce ¢ yucToro 6enoro nucra.
Hauana 3anonHstb ero Apkumm,
NpeKpacHbIMU YyAeCHbIMM COOBITUSIMM.
Ceityac nepennucTbiBato Kak KHUry CBOM
BOCMOMMHaHUS MHOTAA Ha INLE
NOSIBNSAETCS YNbIOKA, MHOTAA CE3b
HaBOPauMBAKTCA...0bINO BCE.

Bor, 1 ManeHbkas ,uay C nanoii B aeTckuit cap. Kak xe s He
ntobuna ¢ Hum xoauTb B capuk! Mana 6onbLwON, wark orpoMHble. 1 He
yCneBana fOroHsTh ero, yCraBana, HayuHana XxHolkatb. [lpyroe neno ¢
MaMoii. OHa W XO[uMT Me/IeHHE., U HA PYKM MOXKET B3SiTb €C/IW 5 BAPYT
ycTaHy.[lns nanoyku g Bcera bbina «kanpusHynbkoi». Hy He Morna s
eMy 00bSCHUTb B CBOM 3 roAmKa, YTO Y MEHS HET 1 6exaTb 3a HUM
,4TO OfpllKa y MeHs. [Nana KOHeYHo Xe He [forafplBancs, yto
60onbHa, Beb Bpauu rosopunm Ball pebeHok 340po.. Bot noatomy y
MeH$ Obl1 OAMH AMarHo3-'kanpu3' M 'neunn’™MeHs nana UMeHHo OT
31010 Hegyra. Yxxe B net 10, 9 cnpocuna y nanbl noyeMy Beex aeTel
nanbl Ha CAaHOYKaX BE3MM B CaJuK, @ MeHs Tbl MO Cyrpobam Tawmn,
Beb CaHKW y MeHs Toxe 6binu. OH OTBETUN-'Tbl e XOOUTb He
nobuna, BOT 9 Tebs K mewum nporynkam npuyyan”.Tak W He
npuyumn..

LLkonbHble rofbl 0C000 He 3aMOMHUAMCh, HECMOTPS HA AECATb
neTyyedol. Likona Haxoamunach psaaom, nana 3a pyky He TaHyn yxe. !
LLNA CBOW MENEHHBIM TEMMOM, IPU KOTOPOM OfbILLKM NPaKTUYECKM
He 6bi10. bosinacb Gu3KynbTypbI Kak orHs. Mporynusana. Mo3tomy B
arTectate Ha MpoTMB rpadbl (M3KynbTypa CTOMT mpoyepk. B
LUKOMbHbIE FOAbI YNIOPHO Neunnn MeHs OT TyDepkynesa, npuyem
TabneTkM M1Na eXerofHo eCTeCTBEHHO be3pe3sybTaTHO. .

MonyunB Ha pyku atTectat 06 obuwem-cpenHeM 06pa3oBaHMM
He 334yMbIBasCb NOCTYNKAA B NeSArorMueckuii Konnemk. Yumnaco Ha
BOCMMTATeNs AETCKOro Cafa (BMAMMO BOCMOMMHAHWS O AETCKOM
Cafe MPOYHO 3acenu B ronose). Temn Obin cymacwepwmii. Bee
De3yMHO HpaBMNOCb, y4eba BAOXHOBASMA. He cMOTpS He TO yTO
Ofbllika NporpeccpoBana, s Crapanacb He 00pallath Ha Hee
BHWUMaHMe. A3 NPUXOLAUNOCh BbIXOAMTL M3 [OMA 33 [Ba Yaca utob
ycneTb Ha napel, koraa paccrosHue B 100 MeTpoB # npogenbiBana ¢
TPYAOM, OCTaHaBAMBANACh OTAbIWATLCS 4epe3 Kaxaple 30 meT-
POB...HO XENaHWe y3HaBaTb HOBOE OblNO CuibHee. 3aKOHuMNa 4
KOMnemX C KpacHbIM aunaoMoM. CorpoMHbIM XKeNaHWEeM U 3HTy3Ma3-
MOM MpUCTYNuAa K pabote B AETCKOM cady. [leTv 3apskanu MeHs
no3uTnBoM. Takne 6e33ab0THble, HenocpeacTBeHHble, Hy KOHeYHOo

8 Poccuu

e Mera MOABWXKHbIE...He BCEra XBaTalo Cun [OrHaTh pebeHka.
lMpopabotana g roa.B 2000 rogy MeHs ¢ paboTbl, B 6ecCo3HaTENbHOM
COCTOSIHUM, YBE3/IM HA KApeTe CKOpOW MOMOLLYM B pecnybamMKaHCKyio
KNMHKYeckyto 6onbHMLY B ropof KasaHb. /lexana MecsiL, AMarHo3 Hu
KaK He MOrAM NoCTaBuTb. PeleHo 6biN0 MPOBECTU KaTeTepu3aLmio
nonocTeit cepaua. Yto camoe CMelLHOe, AOKTOp Nevallmii Hasbisan
MEHS$ CUMYTISIHTKO. He 3Hat0 K CYaCTbHO MAK ...MHE CMOT/IW MOCTaBUTb
[MarHo3- BpoxaeHHbiit nopok cepaua. CuHapoM Ji3eHMeHrepa.
Boicokas nerounas runeprensus. B 20 net!!! anu sTopyto rpynny
WHBANMAHOCTM, CKA3AW NIeYeHMI0 TBOE 3a60NeBaHNe He NOANEXHT,
Tbl He onepabenbHasl, CKONbKO MPOXMBELLb CTOMLKO MPOXMBELLb.
MHe Toraa 6b110 20 net. Mup pyxHyn. Sl He MOrAA NOHATL NOYEMY He
onepabenbHas. [Mouemy HeT neyeHus. YTO O3HAYaeT CKOMbKO
NPOXMBELD CTONMLKO NPOXMBEWD...Y MeHs Hauyanacb rmybokas
penpeccus. 51 xaana Koraa e s yMpy, Befib LOKTOP CKasan C TakuM
AMArHO30M 1010 He XMBYT. 3T0 AAMN0CH ABA roda. 1 He BbIXOAMNA
Ha ynuuy, 9 MPOCTO XJana.B oouH U3 3UMHUX CHEXHbIX AHE §
MpOCHyNacb, NOCMOTPENa B OKHO W Y MeHs BCe NepeBepHyNoCh
BHYTpW. Takasi He3eMHas KpacoTa CTosna Ha yauLe.. nogyMana Kak
3TOT NPEKPACHbI MUP MOXET ObITb 63 MeHs. Sl He NpeaCTaBAA YTo
MeHs He byneT. M yepes Hegento 9 yxxe bbina CTyfeHTKol Byza. Mup
HANONHUACA HOBBIMU KPackaMm, HOBbIMU 3HAKOMbIMK...[TyCTb Bbino
TSKENO XOOMTb, OfpILKA Oblia Mepuoguyeckasl, HO 9 Xoauna, §
XWJTA, papoBanacb BOCTUXEHMAM, 00WANAch C OAHOKYPCHUKAMM,
BCe 6blN0 3aMeyaTenbHo.

Ha BTopom Kypce 0by4eHus 9 BCTpeTMna ceoto 11060Bb. PoMaH
Obl1 CKa304HbIM, Y MEHS KPYXMAaCk FON0BA OT C4aCTbsi. Mbl NOXeHM-
mcb. MoW NKoBUMbI 3HAN 0 Moelt bone3Hu, NoAAepXmMBan ,3abotun-
s v obeperan. B 2007 rogy s 3abepemeHena. Mbl 04eHb XOTenu
pebeHka .OyeHb CNOXHO MCUXONOrMYeckM Oblio, KOraa Bpayuu
KpWyanu 4to 51 Aypa 1 4To MHe Hefb3s DepeMeHEeTh, YTO 5 He BbIHOLLY
pebeHKa, YTO CaMa MOrubHy..s nepectana XoauTb B 0ObHU-
Ly...bepeMeHHOCTb NpoTekana HopManbHO, y MEHS Jaxe TOKCMKO3a
He 6bin0. Ha 23 Hepenn GepeMeHHOCTM S MPOCHYNACh OT TOrO, YTO 5
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3a/bIXanacb CBOE KPOBbI0, KalLenb Obl yXKaCHbIN U KPOBOXapKaHbe
cunbHeiwee. Onatb KapeTa CKOpoW nomolum, onsitb KasaHb,
peaHumaums...Pewnnn genate MHe kecapeBo ceveHue. bes Hapko3a,
TaK KakK CepALe MOXET Hapko3 He Bblaepxatb. Mpocto MecTHoe
06e300mmBaHue. Caenanu..PebeHka He cmacu..Eue gsa mecsua
nponexana B 60/1bHULE, NPEX e YEM CMOI/IA BCTATb HA HOTY.
Mpubnuxanacb ceccus, Hafo ObIIO 3aWMILATL AUMNIOMHYIO
paboty. 1 fomkHa Bbina xuTb Aanblue. [la, 1 MOrna B3STb akafeMu-
YeCKuit, MHe ero faxe npegnaranu. §1 Bcerfa fymana u fiymato, uto
HayaToe Aeno Hago 0653aTenbHO 3aBepwnTb. 1 cobpana BCo CBOK
Uy Boau, yepe3 60Mb 9 MOWAA Ha 3aLuTy AMMIOMHOI paboTbl, K
TOMY MOMEHTY NOC/IE ONepaLym NpoLwno 3 Mecaua. 3awmuTnach 1 Ha
"otnmyHo”. CoctosHue Obio TaxenbiM. Oppllwka Obina Jaxe B
nokoe,10 MeTpoB K 5 BCA CUHeNa, Tepsna co3HaHue. MHe He faBan
MOKOS$ Of{H BOMPOC MOYEMY HET leyeHms. TaKoro e He MOXET ObITb.
1 B obanbHOM CeTM MHTEpHET Halwna HayyHo uccneposate-
NbCKWA LeHTp uM.bakyneBa. M TyT Hayanocb camoe WMHTEpecHoe.
Kapauonor  otka3ancs AaTtb MHe HanpaBneHue B MOCKOBCKYH
KNWHWKY, apryMEHTMPOBaB 3T0 TeM, YTO 3ayeM § Oyay BbiLensTb
Ot0KeTHbIE ieHbIM HA TBOK MOE3AKY, Tebe TaM HUYEM NOMOYb He
cMoryT. Jlyulwe 9 3T1 ieHbIM BbIZENK Ha H0BHOMO C MLEeMUYECKON
GonesHbto cepaua u byay yBepeH, 4To ero NpoonepupytT 1 AeHbry
He OyayT 3ps noTpauyeHbl. MeHs Takas nosuums  wokuposana. Ho
KENAHWE XUTb BCE XEe CUbHEE WX DHOPOKPATMUECKMX acneKToB.
Torga 9 pewmna 60OpoTbCS 33 CBOW XM3Hb. [Npuwna u 3assuna
kapauonory, uTo a cornacHo 4.1 ct.41 Konctutyumn PO umeto npaso
Ha OXPaHY 3[0POBbS N MEAULIMHCKYI0 MoMoLLp. M 91 B Clyyae OTkKasa
[LaTb MHE HanpaBieHue B MOCKOBCKYIO KIMHMKY, BbIHYXAeHa byny
00paTUTLCS B CyA ANA 3ALUMThI CBOUX HAPYLUEHHBIX NpaB. Hanpagne-
Hue v kBOTa bblv roToBbl Yepe3 10 muuyT. B HUM um.bakynesa MHe
Ha3Hauumv npenapat Cungenadun. Crycra 9 neTnocne nOCTaHOBKM
[MarHO3a § Hayana nonyuatb feyeHue (nevenue JleroyHow
runepTeH3um). l crana xwTb 6€3 OfbILLKM, HE MOT/a TOBEPUTb 3TOMY.
B nouckax npenapata B MHTEpHETe, CTy4alHO HATKHYNACh Ha CaliT
b®"Harawa" Hanucana nucbMo 0 cebe, 0 cutyauuu. EBrenuii
no3BOHMA, CKa3an, Oyaem nomoratb. A Gbina npocto 6e3ymHo
CYaCTMBa, 4T0 y MeHs OyeT BO3MOXHOCTb XMTb HE 3aAbIXasiCh 1
[AblLIATh CBODOAHO (Ha NEHCHI0 A He MOrIa ceDe NO3BOUTb 1eYEHMe).
[la, XeHs nomoran B TeyeHue rofia, Koraa CTan BONpOC KUCIOPOLOTe-
panuu, GOHL MHe NOAAPUA KUCIOPOLHBIN KOHLLEHTPATOp, TOMOraeT
mopaneHo. B 2010 rogy mHe 8 HUW nm.bakyneBa HasHaumnu mera
L0pOroi npenapat 603eHTaH. A yBepeHa, Yo H1 04HA CPEAHECTATUC-
TMYeCKas CeMb He B COCTOSiHMM npuobpeTatb 3TOT npenapar
camocTosTenbHO. Tak xe GoHa "Hatalwa" Toxe He B COCTOAHMM BCeX
obecneuntb 3TMM npenapatoMm, § 3T0 NOHWMana. llo3tomy eau-
HCTBEHHBIM LIAHCAM, KaK f gyMana, 6bino obpalleHne B MuH3apaB
TaTapcTaHa ¢ npocbboit 06ecneynTb MeHs XXM3HEHHO HE0OXOAUMbIM
npenapatoM. Ha Mou 00palLeHns NpUXOAMAM OOMH 33 ApYruM
otkasbl. {1 nmucana muceMa B Poc3ppaBHag3op, leHepanbHy
npokypatypy, MuH3apascoupa3sutus Poccumn, penytatam [l
Mpuxonmnn 0TKa3bl 33 0TKa3aMu. Ye MHOTAA LyMana HU Yero He
MONYYUTCS, PYKM OMYCKANUCh, TYT ELLLe My YLIen K APYroi, Hayanach
fenpeccus, pesena...Cnacubo XeHe OH noMor MHe B3ATb cebs B

PYKM.

B uHTepHeTe HaTtkHynacb Ha cait HUW wmm. MewankuHa
r.HoBocnbMpck. Bbluntana, yto y HUX eCTb NporpamMma no AMarHoCTu-
ke JIl,n MHe caenanu KateTepu3aLmio NOA0CTeH CepaLa, Ha3HAuMM
npenapar 1 fanu Ha pyku 56 BonwwebHbIx TabneTok (B ynakoske 56
7ab)! B wurore Ha nonTopa mMecsiua y MeHs 6bino neyenue. C 31oro
HaYanocb Moe feyeHue. Yto aanblue-Hen3BeCTHOCTb. [ToHMMas, YTo
Ha bntoaeyKe ¢ ronyboi KaeMOUKOM MHe A0POroCTOALWMIA Npenapar
He [agyT, 9 Havana 6utb Tpesory. Onatb nucbMa [enytatam,Ha
Tenesuaenne B CMU. CHsnu CroxeT ,no npuesay Aomoit 1 Obina
obecneyeHa npenapartoM Ha non-roga.  Ceiyac s Beay akTMBHbIM
06pa3 wu3Hu. TogHUMAIOCh Ha 6 3Tax, XOXY He AMUCKOTEKU ...
Kak 10 nogpyra nocoBeToBana nocMOTpeTb GUbM "AOCTYHaThCH A0
Hebec".(DunbM HACTONBKO MEHS BMEYATANI, YTO | HECMOTPS HA TO YTO
MHe OblI0 NPOTUBOMOKA3aHbl NepeNeThbl HA CamMoneTe, 8 noneTena B
Ervner, Ha kpacHoe Mope. Kak e TaM KpacuBoO...nanbMbl Ha KOTOPbIX
BUCST GUHMKM, NECHaHbIH NECOK TENbli, HEXHbIV ...MOPE -CKa304HO
ronyboe, npo3payHoe...B03ayX YMCTbIA, nerkuid. OTapix Obin
aKTMBHbIM MPW  AKTUBHBIM - 3KCKYpcuW B JIyKCOp-rpoBHMLbI,
0030pHas 3Kckypcus no Xyprage..pabpuka nanupyca.... npoLecc
MoNMyYyeHus Manupyca 4ero CTouT. M noABOAHOE MOrpyxeHue C
aKBafaHroM. TaM pbibkM Kak OYATO COWNM C KapTUHOK, XenTble,
nonocarble, ronybble, KpacHble..0HM PSAOM-PSAOM UX Tporaelub, a
OHM Takue [MafKue M MPUATHbIE HE BEPUTCS YTO OHU XKMBBbIE.
.BenMKonenue Kopannos. Takod KpacoTbl f HUKOTAA He BuAena.
[1a, 9 3Hat0 ut0 y MeHs JII 1 OHa He NEYUTCS, HO § 3HAKD, YTO MOXKHO
OCTaHOBUTb MpOrpeccupoBaHue 60ne3HM, U KUTb MONHOLEHHOM
XM3HbH. [N 3TOr0 Hafo eCTECTBEHHO B MePBYH0 04epenb NPUHUMATL
Me[nKaMeHTbI, M KOHEYHO e Hafo xoTeTb XITb, 370 camas MoLHas
MOTMBaLMS. B xu3Hu 6biBat0 moTepw, HeyLaum, He BCe BCera Tak
rnaako. Ho Hafo BEpUTb, YTO 3TOT MUP He MOXeET 000MTUCL 63 MeHs,
3HAUMT KOMY TO §1 HY>KHA M HAJ0 XuTb, 60poTbCA. Mbl xuBeM B Poccun,
rae 3a Xu3Hb Hago 6opoTbCs. 370 B [epMaHmMm rocyaapcTeo bopetcs
3a KM3HM CBOMX paxfaH, a B Poccum yacto npuxogutcs 60potbes ¢
YMHOBHMKAMM M3 TOTO e annaparta rocyaapCTBEHHOM BNACTH, 4T0O
BbDXWTb. MHe 6bIN0 He Nerko noay4MTh Mera Aoporoit npenapar. B
HBape Y MeHs Mpenapat 3akaHuMBaeTCs, HO § YBEpeHa, uTo 9
B00bHCb 0beCneyeHns XKU3HEHHO HeobXOAMUMbIM MpenapaTtom,
MpoCTo Tenepb S 3HaK, YTO 3TO XMTb Be3 OAbIKHM, U Byay BCeMU
pa3peLlLeHHbIMM 3aKOHOM Cnocobamu JobuBatbcs npenapata. [a
CNOXHO MONy4nTb 0bBecneyeHns AOPOrOCTOSWMM MpenaparoMm.
Mo3TOMY Ha BCEPOCCMIACKOM COHO3€ MaLMEeHTOB, KOTOPbIN COCTOSNCS B
Hosbpe 2011,9 3amana BOMpOC pPYKOBOAMTENO [enapTaMeHTa
MunucTepcTBa 34paBooxpaHenus B.M. Lupokosoit, 0 npobneme
obecneyenns naumeHToB ¢ JII B pernoHax. §1 o4eHb HaferCh, YTo
npuaamyT ocoboe BHUMAHME 3TOMY pefkomy  3aboneBaHuio -
JlerouHas runepteH3ua. M BHeCyT B nepeyeHb OpdaHHbIX Neka-
PCTBEHHBIX CPeACTB, KoTopble OyoyT (MHAHCMPOBATbCA 33 CYeT
denepanbHoro 6romKeTa. 3a 3TOT 3aKOHOMPOEKT Hafo 60poTbCs
BCEM nauueHTaM C JleroyHon runepteHsueid. [lotomy, 4to 310
©[MHCTBEHHBIA LWAHC, CTO MPOLEHTHbIA WAHC Ha obecneyenne
NEKapCTBEHHBIM MPENapaToM  BCEX HYXAAKOWMXCS B HEM, BHE
3aBUCMMOCTM OT PEr1oHa NpoXMBaHKS.

§1 0ueHb ynepTas, U MHe B M3HM 3TO 04eHb NOMOraeT. Sl npocTo
0Y€Hb XOUY XMTb, 1 1067110 XXMTb. M 3TUM BCe Cka3aHO./1tobUTE KK3Hb,
Beflb BOKPYr OHO BENMKONENME, U YENOBEK TOXE CaMO BenuKone-
nue.



Ne01 /2012

Ham HY>Ha MIOMOIIb

PE/IKITE BOTIEHI

8 Poccuu

Ham Hy>XHa noMoIb

IOdawoea

Japus
1200

Cnpaska: LleHTpanbHbIi BpOXAEHHbIM
TMNOBEHTUNSLMOHHBIA CUHAPOM- 3T0
penKoe HaCefCTBeHHOe 3aboneBaHneM
00bI4HO NPOSIBNSIETCS B NEp1Oze HOBO-
POXAEHHOCTM. XapaKTepu3yeTcs OTCYTCTBUEM £
ABTOMATUYECKOTO KOHTPONS Haf, NPOLLECCOM
[AblXaHWs, [aBHbIM 06pa3oM BO BpeMS CHa.
MpuymHa CMEPTH Y NALMEHTOB C 3TUM
3ab0neBaHNeM (BSI3aHa C HEBO3MOXHOCTbIO
obecneyeHns ONTUMANbHOM BEHTUAALMK
NErkux.

HOpawosa [lapbs. 1roa. LientpanbHblit BpoxaeHHbiit
TUNOBEHTUAALUOHHbLIA CUHAPOM, MOCTIUNOKCMYECKas
3HUeanonatus, nporpeccupyiolas ruapouedanus, OTCTaBaHWe
MCUXOMOTOPHOTO Pa3BUTUS, CUHAPOM BEreTaTMBHbIX HapyLIeHW.
MeHs 308YyT JleHa. 1 MamMa ManeHbKO# XW3HEPAJOCTHOM ManbILLKK
[awexbku. [lawe 1 roauk v oHa elle HUKOTAA He 3acbinana Aoma B
cBOeW KpoBaTke. Bce 310 BpeMsi OHa Xmna B 0TAENEHUW peaHUMaLMK
JETCKOM 0671aCTHOM BONbHHULLbI.

[Jawa noseunack Ha ceet 16 aHBaps 2011 roga. A Ha BTOpOM
[AEeHb MPOM30LL/a OCTAHOBKA AbIXaHMWA 1 ee NOAKIYMAM K annaparty
UCKyCCTBEHHOM BeHTUnAumMK nerkux (VIBJ1). Ha cnepytowmii fewb, B
0YeHb TSHXKENOM COCTOSIHMM, ee 3abpanu B peaHnMaLmMio 061acTHOM
LeTcKoi 6onbHMLbI r.HWxHero Hoeropopa. Mocne obcnenosaqus u
npoBefeHus Bceit He0bX0AMMON Tepanuu, ApllaTb CAMOCTOSTENbHO
[lalieHbKa Tak v He cMorna.

Mepuoamnueckn [awy otknoyanu ot annapata MBJT v kaxabii
pa3 Mbl HafieANCh, YTO eii BoNblue He MOHAA0BMTCA UCKYCCTBEHHAS
BEHTUAALMS, KAXAbIA pa3 Hajesmcb Ha uyymo. [anbHeriwue
MHOTOYMUCNEHHbIE KOHCYnbTaLluM, CAAYM aHANM30B Ha
HacneaCcTBeHHble 00ne3HM, NPeanonoXeHUs Bpayeil He BbIBUIM
MPUYMHY TOTO, YTO PeBEHOK He AbILMT CaMOCToSTENbHO. [To3xe Bpay
peaHMMaLMOHHOTO OTAENEeHM MPEANONOKMA, YTO Y Hee peakoe
reHeTMyeckoe 3aboneBaHWe - BPOXAEHHbIA LIEHTPaNbHbI
UMNOBEHTUNALMOHHBIA CUHAPOM (CMHAPOM YHauHBI). [pu KoTopoM
OTCYTCTBYET aBTOMATMYECKMI KOHTPOMb AbIXaHus. [peanonoxeHue
MOATBEPAMNOCH B 1aDOPATOPHM. A 3TO 3HAUWT, YTO OHA HMUKOTAQA He
CMOXET [1bILUIaTh CAMOCTOSATENbHO.

13 apyroro ropoaa $ Kaxabli AeHb npuesxana K [laweHbke B
peaHumaumio. Nlyckanu TobKo Ha 2 yaca. 1 0TBA3bIBaNa el pyyku 1
pacckasbiBana i, Kak CUIbHO Mbl ee NIOUM, Kaka OHA Yy Hac
CUNbHAs 1EBOYKA, YTO OHA 0053aTeIbHO NONpPaBUTCA U Mbl 3abepeM
ee fomoit. HecMoTps Ha 10, 4T0 [laweHbka ¢ CaMoro poxxaeHus bbina
NOCTOSHHO 04HA, NOAKAIYEHHas K annapaty MBJ1, kotopeii He faet
e/ BO3MOXHOCTb ABMraTbCsl M Pa3BMBATLCS, OHa BCerfa BCTpevana

HacC ynblbKOM, CIeAMNa 3a HaMu, Urpana UrpylwKkamu. S y3Hana, uto
3arpaHuLen 4eTn C TakuM 3aboneBaHMEM MOTYT XWUTb AOMA Npu
Hanuumm annapata MBJ1, 6oNblWMHCTBO M3 HUX AbllwWaT AHEM CAMU 1
XO[AT B AETCKME Cabl U LIKONbI.

bnaronaps [o6pbIM He pPaBHOAYLWHBIM NAAM Mbl Npuobpenu
COOCTBEHHbI/ annapaT MCKYCCTBEHHOW BEHTUAALMM NIETKMX, YTOObI
[lawa morna xutb goma. Bot yxe 3 Hegenu Mbl ¢ [laweHbkoit
HaX0AMMCS BMeCTe B OTAeneHun. B Poccum Het Bpauei u KNnHKK,
3aHuMalowwmxcs [awmHeimM 3aboneBanuem. Bee uto MoryT caenathb -
370 06yumTb yXaxuBaTb 3a [awel Ha annapate MBJ1 1 Bbinucath
[0MOVA. T103TOMY Mbl CTanM WUCKATb MOMOLWM 33 rpaHuueit. Mocne
BEJEHWS NEeperoBopoB M NEPENUCKN C 3apyOeXHbIMU KNMHUKAMM,
Hac npurnacuna K cebe knuHuMKa B AHramu. Begywmii cneymanuct no
[aHHOMY 33a00/1€BaHMI0 B 3TOW KAMHMKE cumMTaer, uTo y [laiwm ectb
DOMbLLOM LWAHC HAYaTb AblLATh CAMOCTOATENBHO IHEM, @ HOUbIO OHa
Oyner nogkmtoyeHa K anmapary MBI/l Tomumo nomoww no
OCHOBHOMY 3aboneBaHuio [awW BpauM 3TOM KAWMHMKM TOTOBbI
B39ITbCA 33 ee peabunuTaLMI0 B NaHe OTCTaBaHMs B pa3suTum. 1o
CnoBaM Bpaya, noka [awa ManeHbkas y ee Mo3ra Gonblume
KOMMEHCATOPHble BO3MOXHOCTM K BOCCTAHOBAEHMI M TMpU
NpaBuIbHO NOA06PAHHOM NeYeHnn W peabunuTaLmm ecTb WaHC Ha
Bbi3gopoBnenue. Ceryac [lawa 24 vaca Ha annapate MBJI. [ins Hac
3T0 €[MHCTBEHHbIN LWAHC, YTOObI A0YEHbKA CMOMA AbllLATh JHEM
CaMa, Hayunnacb CMAETb U XOAUTb. Mbl TOHMMaEM 4TO CyMMa K COopy
0o4eHb 60/bLIAs, HO Mbl HAZLEEMCS, YTO C BaLE MOMOLLbBIO Y HaC
nonyumnTcs Wy [lawwm nosiBUATCS LWAHC Ha BbI3fopoBeHue. CToMMoCTb
neyveHus B knuHuke 124 304 dhyHTOB CTEPAMHIOB.

KoHTakTbI:

Ten. 8 906 349 3452 lOpawosa Enena T
en.8 909 295 1555 KOpawos Anekceit
Mail: daria.yudashova@mail.ru
http://cchs.ru
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Cnpaska: Mykononncaxapuao3s 4 A Tuna oueHb peakoe Hacneact-
BeHHOe 3a60neBaHMe NpY KOTOPOM HapyLIAeTCs pacLenneHme
KPYMHbIX MOJIEKYN - IMKO3aMUHOMMKaHOB. [pyu 3ol 6onesHu
MOCTENeHHO NPOUCXOAWT HapyLLEHWe CKeneTa, CYCTaBoB.
LlebopMaLmm NO3BOHOYHMKA U OTNOXEHWE B TKAHAX MKO3aMUHO-
[MWKAHOB, MOTYT NPUBOAUTD K KOMNPECCUM (CAABNEHNHO) CIMHHOIO

MO3r4a, YTO He NOo3BONAET p66EHKy xoauTb. CneupanbHble onepaLnn Sess

Mo AeKOMNPEeCCUN CIMHHOTO MO3Ta, BO MHOTUX CTy4asX NOMOrakoT
BOCCTAHOBWTb ABUraTeNbHble GyHKLMK. Ceityac paspabartbiBaeTcs
ocobas hepmMeHTHas 3aMeCTUTeNbHas Tepanus 4ns 310 6onesHu.
Haneemcs, 4to ckopo BCe maLyeHTbl ¢ 310 00/e3HbI0 B MUPE U B
Poccum cMoryT ee nosyyare.

Korpa B Hawei cembe 13 centabps 2001 roga poauncs Bagum,
Mbl Jaxe NpefcTaBuTb cebe He MOMM, YTO MOXeT — 4To0 - TO
cnyunTbes. Beap fo 1 roga Bagum poc v pa3BuBancs Kak 0bblyHbIi
pebeHoK, y Hero NosIBASMCH NepBbie 3yOKK, NepBble (10Ba, epBble
Laru, ¥ KaAOMY ero HaYMHaHMI0 Mbl pafoBanuchb. Koraa Bnepable
Mbl yBUZEM feopMaLMi0 TPyay, Bpaun CKasanu, 4to 370 MPoCTo
PaXUT, elLie TOTAA Mbl He 40raAblBaMCh O TOM, YTo Y Baguma moxet
ObITb Cepbe3Hoe 3aboneBaHme. OH poc M pafioBanCs XXM3HM, KaK 1 BCe
petku. Mocne Toro, Kak Mol nonyuunu B 2004 rogy pesynbratl
aHanM3a, Hala ku3Hb nepeBepHynack. Bagumy 6bin noctasneH
AMarHo3 Mykononucaxapuao3 4 Atuna. Ewe toraa Mbl He 3Hanu,uTo
Nevenus 3Toro 3abonesanusl HeT He Tobko B Poccuu, Ho v no Bcemy
MMPY. 3TO ObINO YKACHO, ObIM CNE3bl M Mbl HE 3HAMK, YTO HaM
npeanpuHste. Ceiivac no Bcent Pecnybnuke Caxa (Skytus), roe Mol
npoxuBaeT BafguM equHCTBEHHBIM pebeHOK, KOTOpbIi BoneH 31O
(TpaLuHo# 6one3Hbto, NO3TOMY NeaMaTpaM 0YeHb TPYAHO Ha3HaYaTh
kakoe- Mbo neyeHue, faxe npu 0bbIYHOM NPOCTYAE, BeAb 40 3TOr0
OHM He CTNKMBANMCh C TAKUMU LLETHMM.

Cefivac BagMM He XOAMT HOXKAMW, OH YuuTbCS HA
JOMalLHeM 00y4yeHuu, eMy O4eHb TSXKeNO, Bedb Koraa OH bbin elwe
MasneHbKMIA, eMY HE BO3MOXHO OblI0 0BBSCHUTD, YTO OH He TaKO Kak
BCe,a Ceiyac, KOrAa OH YXKe BbIpOC, OH MOHMMAeT BCe caM. Ho celtyac
HaJex.aa ecTb, YTo BaauM HauHeT XoAuTb HOXKaMU. B MHCTUTYTE
ropofa MaiiHy [epmanuu Bagumy OyayT fenatb onepaumio Ha
HOrax, CTOMMOCTb OnepaLuu coctasasiet npubausutensHo 1200000
pybneit. B Haweli ceMbe HET BO3MOXHOCTM OMAATUTb AaHHYH
onepaumio,uTobbl cobpathb eHbri B Pecnybnmke HeobXxoAMMO 04eHb
MHOr0 BpeMeHU, 3TOro BpeMeHu y Baguma Het. Ham octaeTcs Tonbko
K[iaTb M BEpPUTH B 4ya0. Beputb B T0,4T0 Bagum cMoXeT cam XoauTb
HOXKAMM M YyBCTBOBATb Ce0S1 KaK 0ObIYHbIA pebeHOK, YTobbl ero
AeTCTBO ObINI0 HACTOALLEH CKa3KOM, 0 KOTOPOM MOXHO Bbl0, MOTOM
BCMOMHMTb C YNbl6KOIA. Mbl pogomkaem 60poTbCs U BEPHTB, YTO
CMOXeM nobeauTb!

KoHTakTb!:

CbepbaHk Poccum LONOAHUTENbHBIN

odumc 8603/018

Akytckoe otaenequne Cesepo - Boctounoro Cb
P® WUHH 7707083893 BUK 049805609

K/c 30101810400000000609 cuet
42307810176065501427/48

Mbiwenkosa Onecs BanepbeBHa

afpec 3N1eKTPOHHOM NOYTbl:
lesas2004@rambler.ru,
lesas2004@rambler.ru
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KpucmuHa

Cnpaska: Tybepo3Hblii Cknepo3 - HaCNeaCTBeHHOe 3ab0/1eBaHMe.
Mpw 370/ BONE3HM B pe3ynbTaTe reHeTUUECKOro Aedexta 0bpasytotcs
,ﬂ,O6pOKaH€CTB€HHbIe 0nyxonu B0 MHOUX OpraHax. Ecm onyxonu
NOABNAOTCS B rONIOBHOM MO3re, TO BO3HUKAIOT NPUCTYMbl ANUAENCHM,

KOTOPbIE NPAKTUYECKW HE NOAAAKOTCA JIEYEHUIO 00bI4HbIMMK npenaparamu.

Celtuac pa3pabatbiBaeTC HOBOE MATOrEHETUYECKOE NEYEHHE AN
37010 3a00/eBaHus.

30PABCTBYUTE!!!

Hawa pouka KPUCTUHA LepbakoBa 6onbHa TybeposHbiM
CKNepo30M, pekuM reHeTuueckum 3abonesaquem.  [locne fonrux
WCKaHMI  Ham HasHaumnu Cabpun JOMONHMTENBHO K HALMM
MpOTUBO3NMNENTUYECKMM MpenapaTaM, KOTOpble Mbl MPUHUMANM,
Ho Bpau npegynpenuna, 4o 3TOT Npenapar He 3aperucTpupoBaH B
Poccuu M mokynaTb ero Hago 3a rpaHuuei. Mol cornacuamch
npuHuMatb npenapat Cabpun, NOTOMy YTO Apyras Tepanus HaMm He
nomorana. lpenapar Mbl Kynuau 1 pe3ynbrat Obi1 BULEH HA NepBbIX
e npuemax. [pucTynbl CubHbIE NOCTENEHHO npekpaTuanch. Ho
OCTanucb Cnabble, HO MX MHOMO, OT KOTOPbIX Mbl XOTUM TOXe
136aBuTbCA. MpUCTYNbl 04eHb CMABHO TOpPMO3ST passuTue. [ocne
BBoga Cabpuna KpuctuHa moTuxoHbKy Hauana passueatbes. OHa
Hay4mMnacb NoN3athb, BCTaBaTh HA HOXKM Y AMBAHA AW SPYroii ONOpb.
Bnepsble Mbl ycibilwan, Kak oHa cMeétca. OHa OueHb Becénas
[EeBOYKA M OYEHb XOUET XWTb W PafoBaTbCs Xu3Hu. B 3 rogmka
KpucTuHa Havyana fienatb CBOM NepBbIe LWAKOUKH, LEPXKACh 3a PyKY.
Hayuunacb aepxxatb paBHoBecue.

Ceituac KpucuHa yxe X0auT CaMOCTOSITENbHO, MPaBAa eLLé He
CoBCeM YyBepeHHo, Ho raBHoe XOAWT! Hauana npousHoHTb
HeCKObKO COroB - Aa-Aa, Na-na, 6a-6a u 3BykoB. Mbl xoauM C
[OYKOM B Tpynny KpaTKOBPEMEHHOro npebbiBaHMS, rae C Hew
3aHMMAKTCS [eeKToNor U Ncuxonor. XoAMM nnaeathb B 6acceiH 2
pa3a B HeJesio 1 el 04eHb HPaBUTLCS NNABaTh B KPYre, OHA CTana
YBEPEHHO 4yBCTBOBAaTb ceba B BOAe. KpucTuHa Hayumnach
CKNajplBaTb NpeaMeTbl B KOPOOKY AW BaHky, Hayuunacb NnCTaTh
KHWKKM M KaXKEbIA A€Hb MPOCUT MX. Mbl Kaxablii JeHb yunuM eé
CryCKaTbCs M NOAHUMATLCS MO NECEHKE M OHA YXe AepXacb OHOM
PYKO/ 33 MaMy MOXeT Cnyctutbcs C 4-ro ataxa A korga
NOAHMMAETCS OAHOM PYKOW AEPXUTCA 3a MaMy UAKM nany,a Lpyroi 3a
nepuna-nomoraert cebe.llycTb 370 ManeHbKMe YCNexu, Ho ANA Hac 3T0
OrpOMHOE C4acTbe!

MNoxanyiicra, NOMOruTe Hallein foyeHbke! Ham o04eHb CTpaLLHo,
eC/IM BEPHYTCA CUAbHbIe NpUCTYNbl. B BbIMMcKe 13 60MbHMLBI Y HaC

HanMCaHo, 4YTo Npenapat Ha3Ha4eH MOXW3HEHHbIM MOKA3aHUAM K
3ameHe He noanexut. [1a u B Poccum HeT faxe 3ameHuTens 3Tomy
nekapcTey. Hawa Meuyta nomacTb Ha JeYeHWe B 3arpaHuuHble
knuHmnkm! B CLLA 1 TepMaHum eCTb KNMHKMKA, B KOTOPOI 3aHMMAKOTCS
NeyeHneM Halwero 3aboneBaHus. MoxeT TaM CMOryT NOMOUb HaLue’l
[L04eHbKe OCTAHOBMTb MPUCTYMbl (MPUCTYMbl OCTaNUCh, HO CTanu
cnabbiMn 1o 5-6 pa3 B AeHb). HO Jleyenue 3a pybexom oueHb
poporoe. B Hawelt cembe, pabotaeT OAMH Nana, i, N0 MOHATHbIM
npu4mMHaM cuxy ¢ pebeHkoM. CpencTea, KoTopble 3apabaTbiBaeT My,
YXOAST HA NekapcTBeHHble npenapatbl. C HaAexXaoi Ha noMoLp,
poautenu Kpuctiown - Ceprei n Okcana!

KoHTakTb!:

[LlepbakoBa OkcaHa BanepbeBHa
CbepbaHk Hosoypanbckoe

0Cb N2 7604/00015

BUK 046577674

Kapta Ma3cTpo Homep KapTbl
63900216 9056792829

Homep CYETA 40817810116170903884
Ot LLlep6akosoit OKCAHbI BanepbeBHbl
mo6. Ten. 8(950) 639-68-37-mama
8(909)7007007-nana Ceprei

Baw e-mail : kicusha@mail.ru
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MeHs 30ByT Hapexpa. {1 matb Tpoux geteit. 06.06.2011 roga

CnpaBka: BpoxaeHHbIl runnepuHCyNMHA3M ~Tpynna peakux 3abonesaHui, DOAVACS MOIA MIAALWNIA CbiH MaBAMK. Bpaun nocTasuam eMy peaxoe

MPU KOTOPbIX B O0MbLNX KOAMYECTBAX BbIPAOATLIBALTCS MHCYNH.,

B pe3ynbrate - 04eHb CIOXHO KOHTPOAMPOBATH YPOBEHD IM1HOKO3bI B KPOBM.
KoHLeHTpaLus rnioKo3bl MOXET 04eHb CUbHO CHU3MTCS, 4TO MPUBOAMT K
HapYLEHWAM TOIOBHOTO MO3Ta M, Ha BbICOTE MPUCTYNa FMNOTMKEMMM,
pebeHOK MOXET NOrUOHYT.

KoHTakTbI:
8-965-409-46-00
e-mail:nadezda-20.77 @mail.ru

Cunapom PetTa

3aboneBaHue - BpOXAEHHbI runnepuHcynnHM3M. OcCoBeHHOCTb 3TOM
bone3Hu B TOM,4T0 y pebeHka HU3KKUIA ypoBeHb Caxapa B KpoBM 1 6e3
CMeLyManbHbIX 1EKapCTB OH He fepkuTcs. Y Hac bonblas npobnema ¢
MoKynkow ne4ebHOro npenapara, KOTopbli CTabuAU3MpyeT ypoBeHb
caxapa B KpoBw u, bnarofaps KOTOpOMY, Manbiw Cebs 4yBCTBYeT
X0powo, Tak Kak Ha Tepputopuu Poccuitckoit @epepauuu
PROGLICEM He npou3BoauTCcs M He NpodaeTcs. Tak e HaMm
HEBO3MOXHO MpOiTM 06CNef0BaHMe, NOTOMY YTO Ha TeppUTOpUM
Poccum oHo He nposoguTcs. Jlekapcteo PROGLICEM mbl npuHuMaem
eXeaHeBHo. Ecv ero He NpuHMMaTh, T0 pebeHOK MOXeT NOrubHyTb.
Mbl 04eHb PaCcCYMTbIBAEM HA BaLLY NOMOLLb!

Cnpaeka: CHapoM PeTTa — peakoe reHetnyeckoe 3abonesaHue. Obuieli 1
rMaBHON 0COBEHHOCTBIO Mt0AEN C CUHAPOMOM PeTTa ABNATCS MHOXECTBEHHbIE
HapyLUeHWs SBUKEHWS, [bIXaHuS, yMCTBEHHbIX CMOCOBHOCTEN, BeKylMe 3a
000 MOAHYHO M MOCTOSIHHYIO 3aBUCUMOCTb BO BCEX Chepax MOBCEAHEBHON XM3HM.
CuHppom PeTTa ceroaHst U3BecTeH BO BCEM MUPE W SBASIETCA CeACTBUEM MYTaLwii
B reHe MECP2, pacnonoxeHHOM Ha X-XpoMoCoMe. 3T0 3ab0neBaHme BCTpeyaeTcs

c vyactotoit 1 cayyait Ha 10 - 15 ThiCSY pOXAEHHBIX.

Bbl MoXeTe NoMoYb fieBOYKAM C CMHAPOMOM PeTTa, peKBU3UTbI
Accoumaumm ykasaHbl Ha caitte www.rettsyndrome.ru, Tam xe Bbl
CMOXeTe NOCMOTPETb B /1333 3TUM YAMBMTE/bHbIM [IEBOYKAM.

[leBoukM € CMHAPOMOM PeTTa TOHKO YYBCTBYHOT OTHOLIEHME K
HUM. OHY LLeApO HArpaXaatoT CBOMX 6AM3KMX HEXHbIMM YNbIOKaMM.
[NaBHOE, YTO UM HYXHO - CTabUNbHOCTb, 3a60Ta M yuacTue. XopoLumii
YXOZ 1 Ntob0Bb MOTYT 06eCneynTb TONbKO POAHBIE IHOAM, KOTOPbIM
TaKxe HeobX0AMMbl NOAAEPKKA WU NOMOLLb. Pe6eHOK C CUHAPOMOM
PetTa - 370 M MCNbITaHKe W Harpada. McnbiTaHue, nockonbky 6one3Hb
BMeyeT 3a C0DOM MHBANMOM3MpYlOLLEe COCTOAHME pebeHka, a
YXaXWBaTb 3 YeJI0BEKOM C NP06eMaMM 31,0pOBbS BCETAA TKENbIA
TPpYA. Harpaga, noToMy 4To Takast eBOUKA CTaHOBUTCS AyLUOW CEMbH,
€e LEHTPOM, ee MepUIOM YeNoBEYHOCTM. MX HEBO3MOXHO He
nobuTb!

Wx rnasa roBopsT 0 TOM, 4TO OHM MHOTO 3HAKOT U BCE NOHMMAIOT.
Mo 370/ NpKUUMHE y4eHble BO BCEM MUPE Ha MPOTSKEHUN NOCELHEr0

pecsatunetus, nocne otkpbitus PetT-reHa B 1999 r.(reHa,
OTBETCTBEHHOTO 3a COOW B OPraHu3Me), HeyCTaHHO MLLYT Crocobbl
BO3/e/iCTBMS HA 3a60N€eBaHMe, TaK KaK, OT 3TOr0 3aBUCHT U3NeyeHme
W apanTaums pebeHka B obuiecTse.

[Jlonrue rofpl CYUTanoch, 41o Npu cuHapoMe Petta pa3suBaeTcs
rpybas MHTeNneKTyanbHas HeRoCTaTouyHOCTb. UccnenoBaHus
NOCNeaHMUX NeT [0Ka3blBaIOT, YTO 3TU [EBOYKW MOTYT AOCTUMHYTb
Bonee BbICOKMX YpOBHEl pa3BuUTUS B YMCTBEHHON obnactu! OHU
MOHUMAKOT U MMEKOT CNOCOBHOCTM K OBYYEHMIO! K
COXaNeHut, B HacTosiwee BpeMs B PoCCuM €TU ayTUCTUYECKOro
CnekTpa 3ab01eBaHNM, K KOTOPbIM OTHOCUTCS U CUHAPOM PeTTa, He
MPUHMMAIOTCS Ha 00yYeHne B yUpeXAeHUs CMCTeMbl 00pa30BaHMSs.
Mo3ToMy Mbl MOCTOSIHHO B MOMCKE CheuManbHbIX Meaaroros,
peabunuTonoroB, NCMXoNoroB Ans 00y4eHus M COMPOBOXKAEHWS
[LeBOYEK C CMHAPOMOM PeTTa.
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O61LIecTBeHHbIE OPraHU3aliy U 6J1aroTBopuTesibHbie GOHbI,
OKa3bIBaWLIMe NOALEPKKY JIIASAM C peJKMMHU 3a00/1eBaHUSMM:
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