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Pe3stome. B cTaTtbe cgenaHa nepsas rnonbiTka pacCMOTPEHUSI MPaBoBOM
AOKyMeHTanbHOW 6asbl Ha degepanbHOM YypoBHe Mo npobnemam
peoknx/opcaHHbix  3aboneBaHuin Cc  uenblo  eé  o06obweHns wu
cucTeMaTMsaumMM  Kak  CyLLeCTBEHHOW OCHOBbl PaHHEro BbISBNEHUS
naTonornv, ONTUMMU3AUUM  MEXBEOOMCTBEHHOro  MeAMKO-COLMarnbHOro
obecneyeHns KOHTUHIeHTa.
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KnioueBble cnoBa: opdaHHble 3aboneBaHus, 3aKOHOOATENbLCTBO,
Nnoa3akoHHble aKkTbl, MeXBeAOMCTBEHHbI Moaxon, MeOuKo-couuarnbHas
MOMOLLb.

Abstract: in article the first attempt of consideration of legal documentary
base at the federal level on problems of rare/orphan diseases for the purpose
of its generalization and systematization as essential basis of early detection
of pathology, optimization of interdepartmental medico-social security of the
contingent is made.

Key words: orphan diseases, legislation, bylaws, interdepartmental
approach, medico-social help.

Bo Bcem mupe exerogHo, 29 deBpans, otmevaetcs MexayHapoaHbiv
AeHb pegkux 3abonesaHun (Rare Disease Day). CMMBONUYHO, YTO 3TO
AeHb, KOTOpbIN BbiBaeT TOMLKO pa3 B YeTblipe roga, No3TOMYy OH W BbiBpaH
cMMBONIOM oOpdhaHHOW natonmormm 4enoseka.  Bnepsble paTty cranu
oTmevaTb 29 (espana 2008 r. no npegnoxexHuto EBponenckon
opraHusaumm no pegkum 3abonesaHmam (EURORDIS) B Lensx noBbilLIEHUS
WHOPMUPOBAHHOCTN O peakux OonesHsax. CHavyana CLUA, a 3atem u
Apyrve rocygapctBa  MpPUCOEOVHWINCE K  MPOBEAEHUID  Pa3fUYHbIX
OpraHM3auMoHHbIX, WHOPMALMOHHBIX, Hay4HbIX  MEpPONpUATUA MO
BOMpocam peakux 3abonesaHuii, NPUYPOYEHHbIX K 3TOM aate. HblHe Takmx
rocygapcTB HacuuTbiBaeTcst bonee 90, B ux umcne Poccuickas Penepauus.
Bcero, no matepnanam BOS, nssectHo 6onee 6000 opcaHHbIX BonesHen.

MoBbIWEHHBIN NHTEPEC K peakMM 3abonesBaHusM He CyvaeH 1 no Ton
NPUYMHE, YTO OHM B TOW UM MHOW CTEMEHWN 3aTparnBaroT UHTEPECHI, MO CYyTU
gena, kaxgom obnactm meguumHbl. MHOXeCTBO M3 POpM 3TOM rpynnbl
XapakTepusyeTcs LUMPOKMM CMEKTPOM PacCTPOWCTB U CUMNTOMOB, KOTOpble
BapbUPYHOT HE TONbLKO NPU pa3Hbix 3aboneBaHmsaX, HO Y pa3HbIX NaUNEHTOB,
cTpajaroLux ogHOM 1 Tow e natonoruei. K Tomy xe oTHOCMTENBHO 4acTo
BCTpeYalLLMecst CUMMNTOMbI MOTyT MacKMpoBaTb fiexalllee B OCHOBE peakoe
3aboneBaHue. lNpumepHo 80% M3 HUX MMEKT TFEHETUYECKYH NPUPOAY,
ocCTanbHble SBMAKTCA CrneacTBueM UHdpekuui (bakTepuanbHbIX UK
BMPYCHbIX), annepruieckux peakuui, BO3OENCTBUS BpedHbiX hakTopoB
OoKpy>atoLen cpeapbl 1 ap.

OpHom w3 3apgady  uccnegoBaHus  SABMSieTCA  aHanus, obobuleHne u
cuctemaTmMsaumsi  MNpaBOBOW  OOKYMEHTanbHOM 6asbl  OENCTBYHOLLENO
degepansHOro 3akoHO4aTeNbCTBa, COOTBETCTBYIOLLMX MOA3AKOHHbLIX aKTOB
no MHOroacrnektHbiM npobnemam  opdaHHbIX 3aboneBaHuii C LEerbio
KOppeKkuun (rnoBbiEHUs1 KadecTBa pPaboTbl) COOTBETCTBYIOLLMX CITYXO;
MEOULUMHCKUX,  couMmarnbHbIX,  OpUanyecknx U uHbIX.  OCHOBHbIE
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NPUMEHEHHbIE  MeToAbl:  CTaTUCTUYECKUWA,  OKCMNEPTHbIX  OLIEHOK,
aHanuMTU4eckumn n gpyrue.

EavHoro, obLienprHATOro Ha MexayHapoOHOM YPOBHE OnpedereHus
YacTOTbl NATONOMMKU AN OTHECEHUS HO30Mornyecknx opm K opdaHHbIM
3aboneBaHVsIM He CYLLEeCTBYET, Kak HET Y eQUHOTO KPUTEPUS NX BKITOYEHUS
B AaHHyto rpynny. MoHaTne «pegkve (opdaHHble) 3aboneBaHnsi» Bnepsble
B HalLlel CTpaHe Ha rocygapCTBEHHOM YpOBHE ObIfio BBEAEHO B CT. 44 ©3-
323 TakoBbIMU ABNSAOTCA 3ab0neBaHns C pacnpocTpaHEHHOCTLIO He Gonee
10 cnyyaes Ha 100 Tbic. HaceneHus.

N3ydyeHne nokaszano, u4Tto npobnembl NauMEeHTOB C  peakumu
3aboneBaHNsAMMN CXOXUN BO BCEM MUpE.

Huskas vacTtoTa BCTpe4yaemMoCTU COMpoBOXOAEeTCs pPsaoM npobnem:
CBOEBPEMEHHOCTb U TOYHOCTb AMArHOCTWUKKW, HexBaTka onbiTa paboTbl C
AaHHbIMW MauueHTamun, HegoCTaToK MOMEe3HOW, TOYHON U CBOEBPEMEHHON
nHdopmaumm, OTCYTCTBME €AMHOWN CUCTEMbI B UCCrefoBaHusX, paspaboTka
nekapCTBEHHbIX MNpenapaTtoB  3KOHOMWYECKW  HEBbIrogHa, nedeHue
Aoporocrosiiee.

OcobeHHO HeobxoaMma akTMBu3auMsi COOTBETCTBYHOLLEro Hay4yHOro
novcka u paspaboTka pekomeHAauuin no npodunakTuke, OUArHOCTUKE U
neyeHunto peakux 6onesHen.

B nwoboii cTpaHe naumMeHT c opdaHHOoW naToforven B cuny eé
crneundurkn saBnAeT cobon CcBOeOOpasHbI UHOAMKATOP CTEMNEHW y4dacTusi
rocyaapcrea U ero WHCTUTYTOB, MPaKTUYECKOW AeATenbHOCTW, npexae
BCEro, CUCTEMbI 34paBooxpaHeHuns u ap. Cneunanuctamm BbiCKa3biBaeTCs
onaceHue, 4YTO B CEroAHsLIHEN CUTyaluuMuM «OMTMMMU3auumM» pPacxOodoB B
cucTemMe 30paBOOXPaHEHWs B Halwew CcTpaHe, NauueHTbl C peakuMu
3aboneBaHVsIMM MOTyT OKa3aTbCs HEBOMIbHOW MULIEHbID 3KOHOMWU
OlompKeTHbIX CpeacTB B MeauumHe. A, Kak cBuaeTenscTByeT oduumanbHblv
cant MwuH3gpaBa Poccuu, nepeyeHb 4Yucra pefkux AN CTpaHsbl
3aboneBaHuin BKtOYaeT B cebs 226 HaMMeHOBaHWM

3a nocnegHve rogbl B 06Nacty okasaHus MeAWLMHCKOW MOMOLLM Npwu
opdaHHor natonormv B P® MOXHO OTMETUTb pAg MOMNOXUTENbHbIX
WU3MEeHeHN, KacaloLuxcs, B NepBy oyepeib, €€ HOpMaTUBHO-NPaBOBOMO
obecneyeHus. [pexae Bcero, MPUHSTbI 3aKOHbI, NMO3BOMSIOLWNE CO34aTb
OCHOBbl  ONffl  OWArHOCTUKM U feYeHMs MNauMeHTOB C  peakuMu
3abonesaHuamu. Monyynnu 3akoHogaTenbHOE 3akpensieHne onpeaeneHnst
NOHATUS «OpdaHHble 3aborneBaHusi», UCTOYHUKM (PUHAHCUPOBAHUS WX
neyeHus, Kak W npoueaypa, pernameHTMpyloLwas  YNpOLLUEHHYHO
peructpaumio npenapaToB Afs MpoBedeHus nedeHus (denepanbHble
3akoHbl oT 21.11.2011 r. Ne 323-®3 «O6 ocHoBax OxpaHbl 340pPOBbS
rpaxgaH B Poccuiickonn ®epepaumm»; ot 12.04.2010 r. Ne 61 «O6
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obpalleHn nekapCTBEHHbIX CpeacTB» (C U3MeHeHuaMn Ha 27 pgekabps
2018 r.) u gp.

[MepedeHb M3 24 XU3HEYrpoXaloLLMX U XPOHUYECKN NPOrpPeCCUPYHOLLINX
penknx 3abonesaHui yTBepxxaeH noctaHoBneHuem Npasutensctsa Poccun
0T 26.04.2013 r. N2 403 «O nopsigke BegeHns PegepanbHOro permcrpa nuu,
CTpajaroLmnx >XM3HEYrpoXaLWUMNU U XPOHUYECKMMU MPOrpeCcCUpyoLwnmm
pegkummn (opdaHHbIMK) 3aboneBaHVsMKU, MPUBOASALLMMU K COKpaLLEHUIO
NPOAOIMKUTENBHOCTU XU3HU TpaxdaH Wnn UX WHBaANUOHOCTU, WU ero
pernoHanbHOro cermeHTa.

Mopagok BedeHua defepanbHOro perucrTpa psga M3 Takux penkux
3aboneBaHuin pernameHTUpyeTcsl noctaHoBneHneM lMNpasuTtensctea PO ot
26 anpenss 2012 roga Ne 404 «O6 yrBepxgeHun [NpaBun BepeHWs
depepanbHOro perncrpa nuy, 60neHbIX remModunmMen, MyKoBUCLMO030M,
rmnoum3apHbiM  HaHM3MOM, ©OonesHbio [owe, 3rMoKavyeCTBEHHbIMU
HoBoobpa3oBaHUsAMU NMMEONZHON, KPOBETBOPHOM W POACTBEHHbLIX WM
TKaHeN, paccesHHbIM CKNEepo30M, f1L, Nocre TpaHCMnaHTauMm opraHoB u
(unn) TkaHen. lNaumeHTbl ¢ GonesHbio [owe (okono 300 mauweHToB B
Poccun), mykoBucumgosom (okorio 3 ThiC. MNaAUMEHTOB), APYrMMU
COCTOSIHUSIMK, ~ aCCOUMMPOBAHHbBIMWM  C  pedkumu  3aboneBaHusiMu,
BKIIOYEHHble B eaepanbHbll  peructp, obecneumBarTca 6asoBon
nekapcTBEHHOWN Tepanuen 3a cyet deaepanbHoro bogxeTa.

CornacHo npukasy MuHagpaea Poccum ot 15 Hos6pst 2012 roga Ne 917H
«O6 yTBepxaeHuu lMNMopsgka okasaHWst MEAMUUHCKON noMoLy 60nbHbIM C
BPOXOEHHBIMU " (nnn) HacneacTBEHHbIMMW 3aboneBaHnsgMU»
yCcTaHaBnmBaeTcsa obbeM M NOpsAOK OKa3aHMs MeOMUMHCKOW MOMOLLU
nauneHtam ¢ pegkumu  3aboneBaHuWsiMKU,  KOTOpbIM U sIBNsSieTcA
obsa3aTenbHbIM 451 BbINOMHEHUS

PaHee Ykasom [lpesvgeHta P® ot 01.06.2012 r. Ne 761 «O
HauuoHanbHON cTpaTerym OencTBun B MHTepecax geten Ha 2012-2017
rogbl» MNoOAYEpKMBaNacb BaXHOCTb W HEOOXOOUMOCTb  CO3QaHusA
deagepanbHOro perncTpa neTen € peakon naTtosriormen, opraHusauum -
COornacHo AaHHOMY PerncTpy - agpecHoro uHaHCUpoBaHUSA UX NedYeHus 3a
cyeT OWOOXKETHbIX accurHoBaHum  depepanbHoro  GrogxeTta. 370
HampaBfeHO Ha YyckopeHue obecneyeHnss [Oetern C  OpdaHHbIMU
3abonesaHnsaMM cneumanbHbIM nevyeHuem, nuTaHMem "
peabunmTaumMoHHbIM 060pyaoBaHNEM.

B yTBepxaeHHbIn MuH3gpaBom cTpaHbl [NepeveHb pegkmx (opdaHHbIX)
3aboneBaHnii, No coctosHuo Ha 15 gHueapsa 2014 ropa, Bxogunu 215
natonorni. HeiHe Bcero B ®PepdepanbHbii pernctp nuiy ¢ opdaHHOM
nartoriornen BkmtoveHsl 11.557 naumeHToB, N3 HUX 6.761 pebeHok.

C 2007 roga pewncteyeT peaepansHas nporpamma « CeMb HO30M0MMIA»
Hanbornee pacnpocTpaHeHHbIMKU, PeoKUMKU 3aboneBaHUsiMKM, OHa cTana
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yCMEewHONn MOAENbl NekapcTBEHHOro obecneyeHus nNauMeHToB C
BbICOKO3aTpaTHbIM, YacTO MOXMU3HEHHbIM fevyeHnem. B cooTBeTCcTBUM C
nyHktom 9 crtatbu 83 ynomsiHytoro 323-®3, nauMeHTbl C AaHHbIMU
3aboneBaHnsMn OOMKHbI obecnevnBaTbCa NEKapCTBEHHOW Tepanven 3a
cyeT cpeactes OiompketoB cybbektoB P®. MapaHtum no obecnevyeHuio
rpaxgaH nekapcTBEHHbIMWM Mpenapatamu Ans nedyeHus 3abonesBaHun,
BKMIOYEHHbIX B MepevYeHb  XU3HEYrpoXawwmux U XPOHUYECKUX
nporpeccupylowmnx peakux (opdaHHbix) 3aboneBaHu  3akpensieHbl
noctaHoBneHneM lNpaButensctBa PO ot 28 Hoabps 2014 roga Ne 1273 «O
nporpamMmme rocygapCTBEHHbIX rapaHTuin 6ecnnaTtHoro okasaHus rpaxgaHam
MeauumHckon nomowmn Ha 2015 rog u Ha nnaHoBbI nepuog 2016 n 2017
rofoB».

Mo pekomeHpaumam EPB BO3 (2012), Heobxooumbl COBMECTHbIE
WHMLMATVBbI, HanpaBfeHHble Ha NPOBEAEHNE Hay4yHOro noncka B obnactu
neyeHns pepknx 6GonesHen, pas3paboTky nekapcTB OT HuX. XoTd
HeJocTaToyHoe (pMHAHCMpOBaHWE MO-MpexHeMy ocTaeTcs npobnemon
MHOrMX rocygapcts. [lonaraem, 4T0 HOPMaTUBHO-NPABOBOM acnekT AaHHOro
pasgena B CuUIly CBOEW BaXXHOCTW 3acnyXuBaeT oTAenbHoro, Gornee
AeTanbHOro OCBeLLeHUs.

Takum obpasom, npoBefeHHas HaMKU 3KCMEepTHas OLEHKa MokasbiBaeT
OrPOMHOE 4uCro npuHMMaemblix B Poccun Ha depepanbHOM YpOBHeE
3aKoHoAaTeNbHbIX rapaHTMin no npobrneme opdgaHHOW NaTonorMu, Kak
B3pOCIIOro, Tak M AETCKOro KOHTMHreHTa. Hanumuo u 6onblwoe 4ncno
BEOOMCTBEHHbIX, HO 3a4acTyl0 pa3obLUEHHbIX OOKYMEHTOB B [aHHON
obnactm MwuH3gpaBa P®, MunTtpyopa PP u gp. ObGpawaetr Ha cebs
BHMMaHWe, 4TO, COMMacHO MHOMMM W3 HWX, akueHT B paboTte
3aMHTEepeCcoBaHHbIX OPraHoOB 1 OpraHv3auui AenaeTcs NnpevMyLLecTBEHHO
Ha nekapcTBeHHoe obecneyeHve, 4TO, Kak YyKasblBanocb Bbille,
HECOMHEHHO, BaxHO. OpHako aHanu3 CcBMAETENbCTBYeT, 4YTO Takoe
OOHOCTOPOHHEE BHMMaHWe kak ©Obl Ha BTOpPOW MaH nepemeLwaeTt
KOHKpeTHble Ha CerofHs, pearbHble BO3MOXHOCTM NPOMUNAKTUKN
naTonorn1, paHHero MaccoBoro obcrnefoBaHUst HOBOPOXKAEHHbLIX HAa Lienblii
psSA BUOOB Takmx 3aboneBaHun. IrHopupyeTcs 1 HaKOMMEHHbIA B JAHHOM
HanpaBneHUN Ha MecTax MPaKTUYECKU ONbIT paboTbl, POPMbI N METOALI €€
opraHusauum, MexBeAOMCTBEHHOW WHTerpaummM B Aene KOHKPETHOW
MeOUKO-CouManbHOM MOMOLLM NauueHTaMm, CeMbsiIM C MNpOBeAEeHVEM
coumanbHOro naTpoHaxa v ap.

Mo HaweMy MHEeHUI0, OOHMM U3 HanpaBneHun uccnegosaHui B Poccun
JOMMKEeH cTaTb yrnybneHHbld aHanu3 un cuctematm3aunsi OrpoMHOro
MaccuBa  yxe  [OeWCTBYIOWMX  HOPMaTUBHO-NPAaBOBLIX  rapaHTum,
OpraHn3aunoHHO-MeToaUYECKOM U WMHOM [AOKYMEHTauuM B MOMOLb Kak
crneynanuctam, HaydHblM paboTHMKaM, Tak 1 CaMUMK NauneHTam, CeMbsiM
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Cc fgetbMn. B HayyHOM 06OCHOBaHMM C MCMNONb3OBAHWEM HAKOMMEHHOMo
OnbITa, NPaKkTUYeCKMX HapaboToK Ha MecTax HyXJalTCsa U pauMoHanbHbIe,
afjanTUpoBaHHbIe K cneuunduke Tepputopun opmMbl MeXBELOMCTBEHHON
WHTEerpaumm, opraHmsaumm Meamko-coLManbHOW MOMOLLM, C aKUeHTOM Ha
paboTy C ceMbaAMU OeTen Ha ypoBHe amMOynaTopHOro 3BeHa, BKMYasd
BO3pOXAeHME coumanbHO-NPaBoBbIX kabunHeToB, ynyJlieHue
MHOPMUPOBAHHOCTU poaUTENEN.

CerogHst 3agaum M TEXHONOIMM  OMArHOCTMKU U feyeHust opdhaHHom
natonornv npegycMoTpeHbl KoHuenunen npeankTtnBHOW, NPEBEHTMBHOMW U
nepcoHanM3vpoBaHHONW MeOULWHbI, YTBEPXAEHHOW npuka3oMm MwH3gpaBa
Poccumn ot 24.04.2018 r. Ne 186.

B panbHenwen paspaboTke npeanioKeHUM U peLLeHUn, CBSA3aHHbIX C
peakumn 3abonesaHnamn, BaxxHa ponb CoeeTta ®enepaunm PegepanbHOro
CobpaHua PO, I'l P®, Munsgpasa Poccuu, MuHTpyoa Poccuun, mHbIX
3aMHTepecoBaHHbIX BEOOMCTB, O6uwecTBeHHON nanartbl Po,
O6wwepoccuiickoro HapogHoro gpoHTa u np. Kak n HeobxogMmocTe BkNaga
CMW, npodeccrmoHanbHbiX MeauUMHCKUX accoumauunn, Bcepoccumnckoro
obwectBa opdaHHbIXx  3aboneBaHuiA,  APYIMX  COOTBETCTBYIOLLMX
opraHusauui (B TOM 4ucre M camux nauueHToB) GnaroTBOpPUTENbHbLIX
POHAOB NOAAEPKKM U NHBIX CTPYKTYP Ha MecTax.

CnegyeT noAgyepkHyTb, YTO OCODOEHHOCTM CUTyauum C HOPMaTMBHO-
NnpaBoOBbIM W OpraHM3aunoOHHO-MeToANYECKMM obecneyeHneM npobnem,
CBSI3aHHbIX C Opd)aHHOW naTonorMert MPUMEHUTENBHO K OETCKOMY
HaceneHu - camocTosATeNbHas, rocygapcTeeHHas npobnema, Tpebytowias
cneumanbHOro pacCMOTPEHUS.
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