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[TpaBoOBbLIE acneKkTbl peaKkux
(opdaHHbIX) 3aboneBaHnn B Poccun u B
Mupe

Hosukos I1.B.
@rbY «Mockosckuti HUN neduampuu u 8emckoul xupypauu» MuH3dpasa Poccuu, Mockea

lMpencTaBneHbl COBPEMEHHble [aHHble O peakux (opdpaHHbIX) HaCNeACTBEHHbIX W BPOXAEHHbIX
bonesHsax, AaHbl AeuHMUMM, PaCCMOTPEHbl NOAXOAbl K OLEHKe 4acToTbl U pacnpoCTPaHEHHOCTU
3aboneBaHnii, cyliecTsylolmne nNpobrnembl AUArHOCTUKM U fneyeHusa pegkux 3aboneBaHun B mMupe U
Hawen cTpaHe. [NpuBedeHbl NepeyHW HacneacTBEHHbIX OOne3Henm M CUHAPOMOB, OTHOCALLMXCHA K
KaTeropumn pegkux. PaccmoTpeHbl Haubonee akTyanbHble npobnembl pegkux 6GonesHen, Tpebyowmx
NnepBOOYEPELHOTO PELLEHNUS.

KnroueBble cnoBa: pegkue (opdaHHble) HacneacTBEHHbIE 60MNe3Hu, YacToTa, pacnpoOCTPaHEHHOCTb
peakoro 3660]'IeBaHVI$|, KIMMHUYECKNI I'IOJ'II/IMOp(*)I/I3M, reHeTn4yeckaa reteporeHHOCTb, opraHmn3auuna
MeANLIMHCKON NOMOLLM.

AKTyanbHOCTb Npobnembl peaknx (opdaHHbIX) BONe3Hen B HalWen CTpaHe HaCTOSNbKO
BO3pOCna, 4YTO nMpuBreKaeT BHUMaHWE OpPraHOB rOCYydapCTBEHHOW  BfacTw,
MeOVUUMHCKON OOLLEeCTBEHHOCTN, CPeaCTB MacCoBOM WHGOpMauuK, poauTenen
BOonbHbLIX AeTEN U POAUTENBCKUX accoLmaLni.

Mpobnema pegkux (opdaHHbIX) 6onesHern akTyanbHa HE TONMbKO AN HALLEW CTpaHbl,
HO M Ons nogaenswowero 6onbWMHCTBA CTpaH Mupa. 3a nocnegHve gea roga (2011-
2012 rr) B EBpone npoBegeHo 6Gonee 20 paboymx COBELLAHUW, MOCBSALLEHHbIX
npobneme peakux 6onesHen.

Bospocwas octpota npobnembl o00ycrioBrneHa npexne BCero paclupeHuvem
BO3MOXHOCTEM paHHENn AOWarHOCTUKM 3TOW rpynnbl  GonesHen U nNosiBNEHUEM
apeKkTnBHbIX  cnocoboB  neveHmss  BONbHbIX, cTpagarowmx  opaHHbIMU
3aboneBaHusMn. BHegpeHne BbICOKOTEXHOSTOMMYECKMX CNOCOBOB AMArHOCTUKN MHOIMMX
HacneacTBeHHbIX Oone3Hen (COBPEMEHHbIE MOSEKYNAPHO-TEHETUYECKME METOoAbI,
MeToAbl aHanMTU4YEeCKOM OMOXUMMMK, IH3UMOLMATHOCTMKM U Ap.) OanuM BO3MOXHOCTb
paHHeun Bepuukaunm peakoun (opthaHHON) nartonornu 7 BKINHOYEHMNA
BbICOKO3(O(DEKTUBHBIX METOA4OB Tepanun psaa TsKenblX opdaHHbIX OonesHen, oOT
KOTOpbIX BonbHble HEN3OEXHO normbanun. Ho Ao cmx nop MHorme opdaHHble GonesHn
ocTalTcs HekypabenbHbiMU. Kpome Toro, Kk «bBonesHam-cMpoTam» MpuBrEYEHO
BHUMaHWe MEeAMKOB pasfiIMyHbIX CneumanbHOCTEN B CBA3W C TEHOEHUMEN K YBENNYEHUIO
UX Yucna, OTCYTCTBMEM CBOEBPEMEHHOW ANArHOCTUKM U JIeYEHUA B permoHasrbHbIX
ueHtpax. [lpy 3TOM o04eBMAHO, YTO drapMauUeBTUYECKMM KOMMAHUSIM HEBbLIFO4HO
BKNagblBaTb (PUHAHCOBLIE pecypCbl B pas3paboTky nekapcTB, HE WMEKLWMX B
nepcrnekTMBe KOMMEPYECKOro ycnexa, B TO Xe BpeMs dTa natonorus npencraBnser
BbICOKMA YpPOBEHb 3KOHOMMYECKOrO W coumanbHOro OpemeHn ana obuwectBa W
rocygapcraa.
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OcobeHHO akTyanbHOM npobnema peakux 6GonesHen aBnaeTca Ons neguaTtpum um
KIMWHWYECKOM TreHeTUKM [eTCKoro Bo3pacTa, Tak kKak no pgaHHeiM EURORDIS
(EBponenckoro coto3a opraHmsaumin 60nbHbIX peakumn 3abonesaHuamu) 6onee 75%
peaknx HacneacTBeHHbIX OonesHen MaHudecTupyloT B paHHeM Bo3pacTte, B 65%
cnyyaeB NPUBOLAT K TSHXKENbIM WHBANUAU3SUPYIOLLMM paccTpPOMCTBaM, 4acTo MMeERT
HebnaronpusaTHbIN NporHo3. Kpome Toro, B 35% criyd4aes OHW criykaT NpUYMHON CMepTU
AeTte Ha nepBOM roay XusHu. [lodtm nonoBuHa OOMbHbIX AeTeNn C peakumn
HacneacTBeHHbIMM BONe3HaMU cTpagaeT 3a4ep>KKOW HEPBHO-NCUXMYECKOTO pPasBUTUS,
HapyWeHUsSMU  MCUXOMOTOPHOW  aKTMBHOCTU WM COMPOBOXOAeTCs  CEHCOPHOM
HeJOCTaTOYHOCTbIO.

OpdaHHble  6GonesHu  npoTekawT YacTo nog  «mackon»  apyrux, ©Gonee
pacnpoCcTpaHeHHbIX 3aboneBaHuin, YTO He No3BonsieT Bpady ObICTPO 3anodo3puTb y
bonbHOro pegkoe (opgpaHHoe) 3aboneBaHue. Takum obpasom, cpean akTopos,
NpPensaTCTBYOLWMX BbICTPOMY peLLeHnto NpobnemMbl peakmx 6onesHen, MoXHO BblAenuTb
cnegywowme:

e peakocTb opdaHHbIX 6onesHen n CUHOPOMOB;

e TPYOQHOCTM [AMArHOCTMKW, OTCYTCTBME WNN  HEAOCTYMHOCTb  Bepudukauum
naTonoruu;

e 4aCTO NO3AHSASA ANArHOCTUKA;

e yacTto owmnbovHasa guarHoctuka (6onee 40%);

e OTCyTCTBME METOO0B 3(PPEKTMBHOIO NIEYEHMS NN €r0 HEAOCTYMNHOCTb;

e TsDKEnble coumnanbHble NOCrneacTBUSA opdaHHbIX 3aboneBaHnii;

e HM3KOE Ka4yeCTBO OKa3aHWUsi MeaULMHCKOM MOMOLLN;

e HeAoCTaToK MHGOPMaUMM O peaknx 6onesHsXx.
Bonee 80% pegkux (opcaHHbIX) GonesHen MMeKT HacneCTBEHHYK npupody. OTu
3aboneBaHuss MOryT oOTAMYaTbCsa MNO TWMaM MyTauuhi, OAHaKO BCs  rpynna
XapakTepuayeTcsl [OCTAaTOYHO JXECTKOW TreHeTMYeckon aAeTepMuHauMen pasBUTUS
bonesHn, W KNMHMYEcKass reTeporeHHocTb 3aboneBaHWss B OonblUe CTeneHu

onpegensieTca  TUNaMmm  MYTAUMOHHLIX MOBPEXOAEHUM reHa, 4Yem pakTopamu
OKpy>KaroLieun cpepl.
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YactoTta 1 pacnpocTpaHeHHOCTb peakmx (opdaHHbIX)
bones3Hen

Ha cante HauuoHanbHoro mHctutyta 3gopoBbs CLUA npuBegeHbl cBegeHus o 5768
peaknx 6onesnax. Mo gaHHbIM obweeBponenickoro cavta www.orpha.net [1] yucno
3aperncTpupoBaHHbIX peakux 6onesHen Ha koHel, 2007 roga cocTaBuo okoso 6 TbicaY
(5857 Hoszonornveckux dopm). OHO NOCTOSIHHO YBENUYMBAETCA M K HacCTosileMy
BpeMeHn npubnumxkaetca k 7000 Hosonornyeckum dopmam. Pactet Konu4ecTtBo
Hay4HO-uccnenoBaTenbCKNX n KnNnuHW4Yecknx  nabopatopui, B KOTOPbIX
anarHocTupytotea pegkue 6onesHn (6bonee 1500 pegkux 6onesHen), cpopmMmpoBaHo
283 peructpa, oTme4yeHo 6Gonee 500 nekapcTB, WMeKOLWMX MNOKasaHus AN
NCnonb3oBaHus Npu opdaHHbIX HacneacTBeHHbIX 3aboneBaHusx. B EBpone ctpagatoT
peaoknmmn 3abonesaHuaMn novtv 30 MUNMMOHOB YENOBEK, HakannMBaeTCa OnbIT KX
HabnageHna 1 neyYeHus, No3aToMy Heobxoanm obMeH mHdopmaumen n B3aMmoobMeH
AaHHbIMW MO AMAarHOCTUKE, NeYEeHUI0 N B3aMMOOencTBuio Mexay 605bHbIMKU, Bpavyamu,
nccnegoBatenamu, npeacraButensaMm  @apMuUHLYCTpUn, U NpaBUTENbCTBEHHBIMU
yypexaeHuamu rno npobrneme pegkmx bonesHen [2].

Pegkue 3aboneBaHna — 9TO, Kak NpaBuno, naTonorMyeckne COCTOSIHUSA, KOTOpble
BCTpeYalTCa C oOnpedenieHHON YacTOTOW, >KU3HEYrpoXarwLwme WM XpoHUYeckue
nporpeccupyowme 3abonesaHusi, 06e3 neyeHuss nNpuBoOOALIME K CMEPTU WMn
nHBanuamsauum O6onbHoro. [lopor oOTHeceHust 3aboneBaHUs K peakuMm  LUIMPOKO
BapbupyeT No pasHbiM CcTpaHaMm K konebaHus coctasnswT oT 1:1500 go 1:25 000
HaceneHus cTtpaHbl. B CLUA pegkmm cumtaeTtcs 3aboneBaHue, ecnu um cTpagaeT
mMeHee 100 TbiC. amepuKaHLueB, B AnNoHun, ecnn nm ctpagaeT meHee 50 TbIC. ANOHLUEB,
B ABCTpanuuM — ecnum MM CcTpagaeT MeHee 2 TbiC. aBcTpanuiueB, B Poccumn no
npegnoxenuto dopmynsapHoro kommteta PAMH — 10 Tbicad 60onbHbIX, B EBpOnenckom
Cotose — ecnu ero BctpedaemocTb pexe 5:10000, B Kanage — pexe 1:2000 HaceneHus.
Kpome abcontoTHOro 3HavyeHusi 6omfbHbIX C peakMmu 3aboneBaHusiMK, B MOHATUE
penkoro (opdaHHoro) 3aboneBaHus BKItO4aeTcs n dakTop
pacnpocTpaHeHHoCTn.(Tabn.1).

Tabnuuya 1. PacnpocmpaHeHHocmb pedkux 6onesHreli ) [3] (McGabe C. u coaem, 2005)

CTpaHbl KonuuyectBO 60MbHLIX PacnpocTpaHeHnHocTh (Ha 10
TbIC. HaceneHus)

CWA MeHee 100 000 7,5

AnoHus MeHee 50 000 4,0

ABcTpanus Menee 2000 11

EBpocotos (EC) 215 000 50
BenukobputaHus 1000 0.18
(«ynbTpacupoTcKkue»)
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Kak BugHO 13 npeacrtaBneHHon B Tabnuue 1 pacnpocTpaHeHHOCTU pefkux 6onesHen
MO pasHbiM CTpaHaM, abCOMNOTHBIE MM YACTOTHbIE KPUTEPUN OCTalOTCA HEQOCTATOYHO
obocHoBaHHbIMK. Tak, B CLUA Kk kaTeropum pegkmx OTHOCAT 3aboneBaHusi, obuias
YMCNEHHOCTb KOTOPbIX cocTaBnsieT MeHee 100 ThicsaY, B TO BpeMsi Kak B ABCTpanuu K
9TOM Xe KaTeropum oTHocATca nokasatenn meHee 2000. Lnpokon BapnabenbHOCTbIO
OTNMYalTCa N nokasaTtenu pacnpoctpaHeHHocTn Ha 10 Teic. HaceneHunsa (McGabe C. n
coagT, 2005)[3] (Tabn. 1).

B cBsA3M C Tem, 4YTO cyuLlecTBylOLME MNEpeYHn peakmx Oones3Hen, COoCTaBrfiEHHblE B
cTpaHax EBpocot3sa, CoeanHeHHbix LWTatax Awmepukn, HAnoHun, AscTpanuu,
BenukobputaHun v gpyrux BknwoYaroT rnasHbiM obpasom (Ha 80%) HacnencTBEeHHbIE U
BpOXAeHHble  BonesHun, NoHATME  «peakMe  6BonesHu»  4vacto  obbeauHsieT
NPenMyLLECTBEHHO 3T rpynnbl 6onesHen.

Mpn paccmoTpeHun npobnembl peakux OGonesHen  BblAENAT ABa MNOHATUS —
pacrnpocTpaHeHHOCTb (prevalence) — Kkonu4yectBO OOMbHbIX C  onpegeneHHbIM
3aboneBaHNeM, XMBYLIMX B [aHHbIA MOMEHT BpeEMEHW (Hanpumep, Ha Ha4ano
TekyLero roga, Yauwe Ha 100 Tbic. HaceneHusa) n yactoTbl (incidence — KO3 PUUNEHT
3aboneBaemMoCTN) — KONMYECTBO BMEepBble 3aperMcTpMpoBaHHbIX B OnpefeneHHbIN
MOMEHT BpeMeHu (HanpuMep, 3a roa).

Bonee 3HauMmbiM KpuTepmem, no-enammomy, Gbin Obl NokasaTenb 4acToTbl PeaKoro
(opthaHHOro) 3aboneBaHus, KOTOpbIN OTpaxan Obl nepBuYHykD 3abonesBaemMocCTb,
O[IHaKO OnpeaenuTb YacToTy Kaxaoro opdaHHoro 3aboneBaHnsa JOBOMNBHO CNOXHO, Tak
Kak MacCOBbIi HEOHATasbHbIN CKPUHUHI Ha opdaHHble 3aboneBaHnsa He NPOBOAUTCA U
dakTnyeckn 4Yactota «opdpaHHbIX»  (CUMpOTCKMX) 6onesHer B NoAaBnSANOLEM
OonblIMHCTBE Heu3BecTHa. Ha npakTuke nonb3ylTcs pacveTHbIMM MNoKasaTensiMu
4YacTOTbl UNN PaCNPOCTPAHEHHOCTH.

EBponenckum obwectBo no pegkum (opdaHHbiM) 3aboneBaHuaAM npeanaratTcs
crnegywuwme noaxodbl K pacyeTy pacrnpoCTpaHeHHocTu: 1) ecnm u3BecTHa 4vacToTa
onpegeneHHoro 3abonesaHns 1 MaHudecTaums 6onesHn HabngaeTcs Npu poXxaeHUm
pebeHka, TO pacyeT nokasaTens pacnpoCTpaHEeHHOCTU onpeaenseTcs Kak: YyactoTa npu
poXaeHUn X  (OXuaaemas  NPOAOIPKUTENbHOCTb  KU3HW/OXupgaemas  obuias
NPOAOIPKUTENBHOCTb KM3HWU B Nonynsauun); 2) ansa Opyrux peakux GonesHen, Kak:
yacToTa 3aboneBaHUA X CPEeOHIo MPOAOIHKUTENBHOCTE MPU  AAHHOM  pPeaKoOM
3aboneBaHun; 3) B Tex crnyvasax, Korda Heu3BeCTHa HM 4acToTa, Hu
pacnpoCTPaHEHHOCTb, TO YyKasblBaeTCs CyMMapHOe 4YWUCNO Cry4YaeB peakoro
3aboneBaHus, oNMCaHHbIX BO BCEX AOCTYMNHbIX NIMTEPATYPHbIX NCTOYHUKAX.

OpHako ocTalTcs pasnuMyHbIMK Noaxodbl K OLEHKe 4acToTbl pedkux 3abonesaHui, a
TakKe UCMoNb3yemMble KpUTEPUN AN BKIHOYEHUS TEX UIU MHbIX BonesHeln B KaTeroputo
peokmx. Hepegko oTHeceHue 3aboneBaHuWsi K rpynne peakux He Oasupyetcs Ha
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00BHEKTMBHBLIX NapameTpax UM B KayecTBe KpUTEpUS UCNONb3yeTcs onpeaeneHHoe
abContoTHOE KONMMYECTBO 3aperMCTpMpOBaHHbIX 3ab60nNeBaHnin B TOM UMM UHOW CTPaHe.
TpyoHOCTM noucka KpuTepueB 3aknioyarTcs U B TOM, YTO B CTpaHax C MasibiM YXCIIOM
xXutenen (Manble nonynsumMmM) ¢ TOYKU 3pEHUA CTaTUCTUYECKOW 3HAYMMOCTU TPyOHO
onpefenuTb 4acTtoTy 3aboneBaHus M BNOSHE MOXeT OblTb onpaBgaH abCoNtOTHbIN
nokasaTtenb — obllee KONMMYEeCTBO 3aperMcTpuMpoBaHHbIX OOMbHBIX C  peakumu
6onesHamu. [1na ctpaH ¢ 60MbLON YNCNEHHOCTLIO NONYMALMIA TaKOW KPUTEPUIA Mano
npuemnem n 6onee uenecoobpasHbiM NPeACTaBNAETCA UCMNONb30OBaHME B KadecTBe
KpuTepus peakocTu 6onesHen oOueHKM 4YacToT 3aboneBaHusi, O4HaKo MMeloLmecs
AaHHble CBMAETENbCTBYOT O TOM, YTO HEKOTOpPble CTpaHbl C BOMbLIMM KONMUYECTBOM
HaceneHnss TeM He MeHee  UCMNONb3yKT  3TOT  KPUTEPUW  ONA  OLEHKM
pacnpocTpaHeHHOCTN «opdaHHbIX» BGonesHen, npu 3ToM kKonebaHus YacToT
3aboneBaHUN B pa3sHbIX CTpaHaX Takke OYeHb BEMNUKN.

Ecnn ncxoantb n3 npeactaBneHHbIX BO MHOMMX CTpaHax NoOSIOXKEHUN O YacToTe penKux
bonesHen, TO K KaTteropum peakux crnegyetr OTHOCUTb MOYTU BCe HaceACTBEHHble
6onesHun. Mpn 3TOM He y4MTbIBAKOTCA Kak NPUHATbIE B MEOULMHCKON FreHETUKE MOHATUSA
O YacToTe HacneacTBEeHHbIX OonesHen, Tak U BaKHeKllee CBOMCTBO TEHEeTUYECKMU
obycnoBneHHbIX 3aboneBaHnin, a UMEHHO UX reHeTuyeckas reteporeHHocTb. C Halwen
TOYKM 3pPEHUNSA NPU OnpeaenieHnn 4YacToTbl peaKkux reHHbIX HacneacTBEHHbIX 60ore3Hen
Heob6Xo0aUMO NCXOAUTb M3 YACTOTbl HOCUTENLCTBA NATONIOMMYECKOrO reHa B Nonynsaumnm
N NCMONb30BaTb €ro B KaYeCTBe Kputepusa pasgeneHus bonesHen Ha pegkme u vYactble
HacnegcTBeHHble 6onesHn. B nonynaumsix Yenoseka CyLLEeCTBYET siBfieHNe, KOTOpoe B
MEANLMHCKON TEeHeTUKe onpenensderca Kak HacnencTBEHHbI HanaHCUpOBaHHbLIN
nonMMopdun3am, 0 KOTOPOM FOBOPSAT, €CfiM YacToTa gaxe Haumbonee peakoro annens
cocTtaBnsetr He MeHee 1%. OTO sBMEHME LIMPOKO pPacnpOCTPaHEHO B MOMNyNsuUMsX
yenoseka. CUCTEMbI reHeTM4Yeckoro nonumopdusma nogaepxmeatroT decnpeaensHyro
reHeTUYECKYl0 TeTeporeHHOCTb  YerioBeyecknx  nonynauMi  m - obecnedmBaroT
YHUKanbHYH reHOTUMUYECKY0 MHANBMAYanNbHOCTb [4,5,6,7].

Mpn peueccMBHOM TuMe HacregoBaHUS MOXET OfIMTENbHO CyLLEeCTBOBaTb CKPbITOE
reTepo3MroTHoe HOCUTENbCTBO MYTALMOHHOIO reHa, a peueccuBHOe HacneacTBEHHOEe
3aboneBaHne BO3HMKAeT B cny4yae Opaka [ABYX [eTepO3UroTHbIX HOCUTENen B
pe3ynbTate o6pa3oBaHMsi TOMO3UIOTbl MO MyTaHTHOMY reHy. MHorne deHoTUNnYecKku
3[J0pOBbIE NOAN ABMAKTCS CKPbITBIMA HOCUTENSIMN PELIECCUMBHbBIX FEHOB, NepeaaroT mx
CBOMM [eTaAM, a Te, B CBOK ouvepedb, yHacrnenoBaB BpeAHbl peuecCUBHBbIN TEH,
OCTalTCA 340POBbIMW, TaK KakK HOpPMasbHbIl annenb HeuTpanuayet aOenctesune
MyTaHTHOro. BeposTHOCTb BcTpeun B Opake [OByXx HocuTenem o[MHaKoBOro
peueccMBHOro reHa Heeemnuka. Ecnu, HOCMTENbCTBO AAHHOrO pPeLecCMBHOrO reHa
otMmeyvaeTca y 1% (0,01) HaceneHus, TO BEPOATHOCTb BCTynneHus B Gpak OByX ero
obnapatenen coctaBnsaeTt (0,01)2 =0,0001, 1.e. B cpegHem, nuwb 0,01% BCcex Gpakos
3aKN4YaTCa Mexagy HoCcuTensaMM 4aHHOro PeLEeCCUBHONO reHa.
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BeposiTHOCTb BCTYyNneHust ABYX HOCUTENEei OOUHaKOBOrO PELIECCMBHOIMO MYTaHTHOMO
reHa noBbIWAKTCA B OECATKU pas, ecrnv BCTynawT B Opak pOACTBEHHUKM (Hanpumep,
ABOlOpoAHble OpaT M cecTpa), Tak Kak OHM MOryT yHacnefgoBaTb OOMH U TOT Xe
pPeLeCcCUBHbIV reH OT CBOero obLiero npeaka.

B cny4ae peueccuBHoro 3abonesanus 25% peten nonyyaT MyTaHTHbIN peLeCcCUBHbIN
annenb ot oboux poguTenenm n GyayT NopaxeHbl HacneaCTBEHHbIM peLeCcCUBHbLIM
3aboneBaHuem.

Mpwn pacyeTe YacToTbl peakoro 3aboneBaHus cnegyeT Takke yuYnTbiBaTb FEHETUYECKYHO
reTeporeHHOCTb  MOHOFEHHbIX HacreacTBEeHHbIX ©onesHen, KoTopas co3gaet
ornpefeneHHble CrOXHOCTU OTHECEeHUS OLHOW M TOW Xe HO3051I0rm4yeckon opmbl K
peokuM WM YacTbiM  HacneacTBeHHbIM GonesHam. Hanpumep, deHunkeToHypus
Knaccmyeckasi, CBfi3aHHasi C HedoCTaTOYHOCTbI  peHMNnanaHUHrMapoKcuniassbl,
BCTpeyaeTcs B nonynauum ¢ yactoton 1:7000 n gormkHa ObiTb OTHECEHA K YacTbiM
HacneacTBeHHbIM 6GonesHsM, B TO Xe BpeMs (EHUNKETOHYpUsi, CBsi3aHHasa C
HeJoCTaTKOM TeTparmaponTepPMHOBOro KoMnnekca, Bctpevaetcs ¢ yactoton 1:100 000
N, cnegoBaTenbHO, OOMKHA OblTb OTHECEHA K KaTeropun peakmx. Takum obpasom,
BBeAEeHNE OOBLEKTMBHOIO KpUTEPUSI MO3BOSSIET YETKO pas3rpaHnynTb pedkMe U yacTtble
HacnegcTBeHHble 6onesHn WM cosgaeT  onpedenieHHble  npeuMMmyliectsa npwm
BEpUdUKaALUMM  M3BECTHbIX W BHOBb WMAEHTUUUMPOBAHHBLIX 3aboneBaHun W
NNaHUPOBaHMM NPaKTUYECKMX MEPONPUSATMI B OTHOLIEHMM peakux (opdaHHbIX)
bonesHen, BCTpevarLwmxcsa B 4ETCKOM Bo3pacTe.

OrpaHnuynTenbHbIMU  (bakTopamMy MNpuM  OLIEHKE YacToTbl W PacrnpoOCTPaHEHHOCTM
opdaHHbIX GonesHeln ABNAKTCS U TEXHUYECKME TPYOHOCTU — AOCTOBEPHOCTb AaHHbIX,
nrioxoe BeAeHWe AOKYyMeHTauuu, TPYAHOCTU BepudUuKauumn natonornm u olmnboyHble
AnarHosbl, bonblUMe pasnuuns B nokasaTensax no pasHbiM perMoHam aaxe B npepenax
oOHoro rocyaapcTtsa u ap.

dopmmpoBaHne HopMmaTUBHO-NPaBOBOW 6a3bl peakux
(opdhaHHbLIX) bonesHen B mmpe un B Poccuu

HecmoTpa Ha TO, 4TO OOMH W3 KpUTEpUEB penkocTu opdaHHoro 3aboneBaHus —
nokasarteslb pacnpoCcTpaHEeHHOCTU — LUMPOKO BapbupyeT B pa3Hbix cTpaHax — oT 1:1000
HaceneHus go 1:200 000, Tem He MeHee, B HacCTosilLlee BpeMA BO MHOMMX CTpaHax
NpuWnAM K BbIBOAY, YTO CTaTyC peakoro 3aboneBaHusa cnefyet 3akpennatb
3aKoHoOaTENbHO U K peakMMm GonesHAM OTHOCAT BPOXAEHHble WU HacneacTBEHHble
3aboneBaHus, YactoTa KOTOPbIX He MpeBbllWaeT onpedeneHHon  umdpsbl,
yCTaHOBMEHHON 3akoHogaTenbHbiMM aktamu. Tak, B CLUA B 1983 rogy 6bin npuHAT
3aKOH, pernameHTUpyrLWun ctatyc pegkoro 3abonesaHuss M npenapaTta CUPOTbI.
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CornacHo 9atoMy 3akoHy okono 1600 wm3BecCTHbIX K TOMy BpemeHu 3aboneBaHwum
(HacneacTBEHHbIX M HEHACNeACTBEHHbIX) Obinv nNpu3dHaHbl pegkumun, a okono 300 nekapcTs
OblnM OTHECEHDBI K CUPOTCKUM NMpenapaTtam.

3akoHopaTenbHble akTbl MPUHATBI U B APYrMX CTpaHax:
e B Cuxranype B 1991 roay;
e B AnoHnn B 1993 roay;
e B Asctpanuu — B 1997 roay;
e B KOxHoun Kopee — B 1995 roay;
e B Kanage — B 1995 roay;
e B EBponeiickom Cotose — B 1995 rogy.

Hanpumep, B cTtpaHax EBponerickoro Coto3a oHa cocTaBnsieT He 6onee 5 criyyaeB Ha
10000 naumeHtoB (1 Ha 2000 4ernosek). B Poccun 4acTOTHbIM KpUTEpUEM
3aboneBaHus sBnseTca nokasatenb pacnpoctpaHeHHocTn 10 Ha 100 000 HaceneHus,
KoTopbI BbIN 3akpenneH B PepepanbHOM 3akoHe OT 23 Hosbps 2012 r. Ne323 «O6
OXpaHe 300poBbsX rpaxgaH B Poccuiickon egepaummy.

MpuHUMas BO BHUMaHwWe TpygoHOCTU cbopmupoBaHus [lepeyHs pegkux (opdaHHbIX)
3aboneBaHun YneHamu NMNpodurnbHON KOMUCCUN MO MeauUMHCKON reHeTuke MmnHagpasa
Poccurickon degepaumm ObIO NpennioXeHo CrpynnupoBaTtb pegkne (opdaHHbIe)
bonesHn B cooTBeTcTBMM C MexayHapoaHon knaccudpukaumen 6onesHen 10-ro
nepecmoTtpa (MKB-10). Bbino BbigeneHo 216 rpynn 6GonesHen, koTopble Obinn
onybnukoBaHbl Ha cante MuHsgpasa Poccumn (www.mizdrav.ru) [8].

Hanbonee pacnpocTpaHeHHble peakme (opdaHHble) 6onesHn n nx oxngaemasi yactora
B POCCMICKON NONynsuumn npeactasneHsl B Tabnvue 2.

Tabnuua 2. Cnucok HauboJsiee pacripocmpaHeHHbIX pedkux (opghaHHbIX) Hacs1e0CME8EeHHbIX
6os1e3Hell U XPOMOCOMHbIX CUHOPOMO8/aHoOMauli (0606u,eHHbIe OaHHbIe Ha OCHO8e Yacmom
2eHoe u munax HacsiedoeaHusi)

Oxupaemoe
exerogHoe
MonynsaunoHHas Tunbl Korm4ecTBO
yacTtoTa HacrnegoBaHuA 6onbHbIX B PP (Ha
1,7 MIIH.
HOBOPOXAEHHbIX

Ho3onoruyeckue copmbli

JInzocomMHble 60ne3HN HaKoNNeHnA

MyKOI'IOJ'I ncaxapmgosbl:
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| Tvn 1: 85 000 AP 20
I 1:75 000 X-CueMeHHbI/ 23
peLecCrBHbIN
11 1:70 000 AP 24
v 1:200 000 AP 9
1: 250 000-
Vi 1:300 000 AP >7
VI Bonee 30 cny4yaes B AP 1
Mupe
BbonesHe HumaHa-MNuka A n B 1:30 000 AP 3
BonesHb HumaHa-MNuka C 1:120 000 AP 15
b I
| f;:s”b owe 1:20000-1:40000 AP 43-85
i Tun 1:100 000 AP 17
1:100 000 AP 17
Il Tvn
®yko3maos He yctaHoBneHa AP 1
Mykonunugo3s 2 Tuna(l-kneTo4Has He ycTaHoBneHa AP 4
6onesHb)
Mykonmnngos 3 Tuna He ycTtaHoBneHa AP 1
GM1-lanrnnosngos 1 tuna 1:100 000 AP 17
(6onesHb HopmaHHa-J1laHgmHra)
GM1-IaHrnmMo3ngos 2 Tmna 1: 310 000 AP 5
(6onesHb Oepn)
GM2-IaHrnnosngos 1 tuna 1:11200 AP 152
(6onesHb Tea-Cakca)
GM2-"aHrnu1o3naos 2 Tuna
(6onearb CaHaxodda) He yctaHoBneHa AP 5
1: 117000 X-cuUenneHHbIn
BonesHb ®abpu (cpeau myxuuH 1: 40 DELIECCHBHII 12
000)
HacneacTBeHHble 60n1e3HM aMUHOKUCITIOTHOrO o6MeHa
BuonTepuH-3aBrucnmas
rmnepdeHunanaHnHemMms 1: 50 000 AP 34
(«kodpakTopHas OKY»)
"fomouncTuHypna 1:50 000 AP 34
TuposnHemuns 1 Tuna 1:30 000 AP 57
TuposnHemua 2 Tuna 1:100 000 AP 17
LUNCTMHO3 1:100 000 AP 17
MwuToxoHAapuanbHble 605e3HU
He ycTaHoBneHa;
Curppom MELAS onucaHo 6onee 300 MMTOXOngMaanO 1-2
cnyyaeB
He yctaHoBneHa
CvHpgpom MERRF ’
ap Onncaro Gonee 80 MVITOXOHg,pVIaJ'IbHO 1-2
cny4yaeB
TpuxononuancTtpodua MeHkeca 1: 114 000- X-cuenneHHbIii 8
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(6onesHb Kyp4aBbIX BOMOC) 1: 250 000 peLeCcCcuBHbIN
OpraHuyeckue aungypum
mytapoBas aumgemus 1 Tuna 1:30 000 AP 57
[myTapoBas aungemus 2 Tmna 1: 50 000 AP 34
MeTunmanoHoBas aumgemmsi 1: 50 000 AP 34
M3oBanepuaHoBasa aungemus 1: 100 000 AP 17
MHoXecTBEeHHbI aednumnT 1: 16 000 AP 11
kapbokcmnas

1:100 000-
BbonesHb kKneHoBoro cupona 1-150 000 AP 17
HekeToTuuyeckas runeprinvumHemMunst 1:100 000 AP 17
"MnepammoHnemmns ¢ oedmunToMm 1: 200 000 9
N-aueTunrnyramaTcuHTeTasbl
M'mnepammoHnemunsi ¢ pemumTom 1: 50 000 AP 34
OpHUTMHKapbamonnTpaHcdepasbl
LUnTtpynnuHemnsa 1:100 000 AP 17
ApPruHUHAHTapHasn aumaemms 1:100 000 AP 17
ApruHnHemus 1:100 000 AP 17
BbonesHb XapTHyna He ycTtaHoBneHa AP 1
HacneacTtBeHHble 60ne3Hn o6MeHa NMNUAOB N XUPHbLIX KUCIOT
Oednunt gerngporeHas XuMpHbIX
KUCNOT:
- Dedounumt aumn-KoA
JerngporeHasbl XXUPHbIX KACMOT C 1:50 000 AP 34
OJNMMHHOW YrNepoaHon Liernbio
- Dedounumt aunn-KoA
JerngporeHasbl XXUPHbIX KNCOT C 1:50 000 AP 34
OYeHb ONVHHOW YriepoaHON uenbto
- Dedounumt aumn-KoA
AernaporeHasbl XUPHbIX KUCHOT C 1:50 000 AP 34
KOPOTKOW YrnepoaHon Lenbio
3-MeTunrnyrakoHoBas aunaemMus 1: 50 000 AP 34
3-MeTunKpPOTOHUANULNHYPUS 1:60 000 AP 28
3-'mppokcun-3-meTunrnytaposas 1:50 000 AP 34
aumaoemms
Oednumt TpudyHKLUMOHaANBLHOrO 1:50 000 AP 34
Oenka
MMnepnunonpotenHemus 3 Tuna 1:5000 AP 330
MoHoreHHble 60ne3Hun yrneBogHoro oomeHa
ManakTosemus (oeouumt
ranaktoso-1-cpocdat- 1:30 000 AP 57
ypuaunTpaHcdepasbl)
MnkoreHo3bl (BCex TUMOB) 1:20 000 AP 32
mukoreHosbl (1a, 5,7 TMNOB) 1- 60 000 AP o8
HenepeHocumocTb aucaxapuaos 1 2:10 000 AP 124
TMna
BpoxaeHHas naktasHas 1:10 000 AP 170
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HeOoCTaTO4YHOCTb

(OpVEeHTUPOBOYHbIE
OaHHbIe)

HacnencrteeHHas HenepeHoCMMoCTb

YacTtoTa
reteposurot 1,3%,

(pyKTO3®I romosurot — 0,02% AP 250
(2:10000)
Curnpom Mansabeopbumm He ycTtaHoBneHa AP 1-2
rNIOKO3bI-ranakTo3sbl
XnopuaHas guapes 1:30 000 AP 46
PeHanbHas rnokosypus He ycTtaHoBneHa AP 1-2
DpyKTO3YpUSA HeunsBecTHa AP 1
MoHoreHHble 6051€3HU NYPUHOBOro U NMPUMUAMHOBOIro o6MeHa
CuHapom Newa-HuxaHa 1:200 000 (B X-CueﬂﬂeHHb[M 9
nonynaumm) peLIECCUBHBIN
Recpuunt nypur- 1: 80 000 AP 8
Hykneoangdoccopunasbl
HacneactBeHHble paxuTonofobHble 3a6oneBaHus
X-cLenneHHbINn AOMUHAHTHbINA 1:20 000 X-CLl,eI'IJ'leHHbIE/I 85
rmnodpocaTeMnyYecKkUn paxmuT OOMWHAHTHbLIN
ButamuH D-3aBucumbin paxut 1:30 000 AP 56
[No4yeyHbI KaHanNbLUEBbLIN auMao3 1:50 000 AP 34
BbonesHb ge ToHn-[ebpe-PaHkoHN 1:100 000 AP 17
MepokcucomHble 6GonesHu
Cungpom LennbBerepa 1: 25 000-
1: 100 000 AP 68
BoneHsb Pedcyma, nHpaHTUnbLHas 1: 500 000 AP 3
dopma
1: 30 000 — X-cuenneHHbIn
AppeHonenkogncTpodus 1: 50 000(cpean PELIECCHBHbIIA 17
ManbynKoB)
XpOMOCOMHbIe CUHAPOMbI
CuHgpom Tpucomum 13 1: 7800
CuHgpom Tpucomum 18 0,14:1000
CVHAPOM «KOLLAYbEero Kpukay 1: 45 000
CuHgpom XYY 1:840 (ManbuukoB)
HacneactBeHHbIe 60ne3HM HEPBHOW CUCTEMBbI
1: 25 000-
Jlerikoguctpodmsi Kpabbe 1:200 000 AP 5.6
(1-2:100 000 B
nonynsauum)
HenpoHanbHbIN IMNOUAHbIN 0,4-0,7: 100 000- _
nMnogycumnHo3 1: 130 000 AP 15-17
Tenkopmctpodous 1: 40 000 AP 46
MeTaxpomaTuyeckas
MpuaokcMH3aBncUMbIE Cya0pOrn 1: 400 000 AP 1-2
Mwvonartus guctanbHas He ycTaroBneHa All 1-2

HacneacTBeHHasa
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MwvonaTusa BpoxxageHHas (Tun He VCTaHOBMEHa
batteHa-TypHepa) y
MuoTyGynapHas muonaTusi He ycTaHoBneHa
Henpodunbpomartos 1, 2 Tuna 1-3500-1: 40 000 Al 46
HenponaTtusa HacneacTeeHHas He vCTaHoBREHa
ceHcopHasa Tun 1,2,4 y
Ouctpodms MmoToHU4Yeckasn 1. 8 000 AL 156
Mapannerusa cnactuyeckas AR, AP, X-
P He ycTtaHoBneHa CLIENJIEHHbIN 1-2
HacneacTBeHHas DELIECCUBHI
TybGepo3HbIi CKNepo3 1: 30 000 A 57
MwuoToHu4eckasn guctpodus 1:25 000-1: 50 000 AL 45
"enaToneHTUKynapHas 1: 33000- AP 43
JereHepaums 1: 50 000
Opyrve pegkue 3aboneBaHuss opraHOB U CUCTEM OpraHu3ma
Hedunumnt rnokosbl—6-gocdar- OHOEeMUYHble Mo X-cuenneHHbIn SHOEMUUHBIE 30HbI
aervgporeHassl MansipuMm 30HbI peLIECCUBHBIN
MonNnKNCTO3 NoYek, MHPAHTUIBbHBIN .
™n 1,41: 100 000 AP 17
MepBu4Hasa uunmapHasa oNCKNHE3NS 1- 20 000-1:30 000 AP 57. 82
MepBu4Hasa nerovHasa rmnepTeH3aus 1: 500 000- CeMenHbIl 1-2
1:1000 000 xapakrep (6%)
Al
[MapokcuamanbHasa Taxukapams 1: 25 000 (MpeanonoXxuTernsH 55
0)
HacnepcteeHHas cchepoumTapHast
remonuTnyeckas aHemunsa( 6onesHb 22:100 000 AL 150
MuHkosckoro-Loddapa)
1: 20 000-
BboneHsb Bunnnbpaxga 1-150 000 A 17-29
TpomboumnTeMnsi C OTCYTCTBMEM He veTaHoBNeHa AP 1-2
ny4yesomn koctn (TAP-cuHapom) y
Makporno6ynuHemusi He ycTaroBreHa All 1-2
BanbageHcTpema
Mopdupusa aputponoaTuyeckas 1,3-100 000 AP 1
Mopdupusa nHTepMUTTUPYOLLas 1: 50 000 AL 27
Femocounna B 13-14:100 000 X-CUEenneHHbIn 17
MY>KUYUH peLeccuBHbIN
TeneaHrnakrasums remopparmyeckas .
HacneacTBeHHas 1:39 000 Al 37
ApnpeHoreHuTanbHbIA CUHOPOM 1: 10 000 AP 154
CuHOPOM HEYYBCTBUTENBHOCTYU K 1:55000-1:65000 AL
aHaporeHam (TEeCTUKYNSAPHOM ' (va ' 08) (npeanonoxuTensH 33-43
dheMUHU3ALNN CUHOPOM) ManbHmkos 0)
Cwungpowm Mpagepa-Bunnun 1:25 000 é’;ﬁﬁ:;'ﬁ 66
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M304MCOMMM)
AP, All, X-
5 L] ]
onesb ABANCOHa 3,9-100 000 CLieNNeHHbIT 27
peLeCcChBHbIN
) _ AP, A, X-
CuHgpom KannmaHa 1'1_2300000000 CLIENJIEHHbIN 66-82
) peLecCuBHbIN
1:10 000-
CuHgpom Cmuta-flemnu-Onunua 1- 40 000 AP 122-256
. AP, X-cuenneHHbIn
KapnukoBocTb naHrunonutyntapHas 1: 10 000 o 136
peLeCcCcuBHbIN
AxoHaponnasus 1: 100 000 Al 17
HecoBepLueHHbIN ocTeoreHes 1:10 000 All, AP 157
OcTeoneTpo3 4OMUHAHTHbIN 1: 100 000 Al 17
1: 16 000-
BbunnapHas atpesuns 1-95 000 AP 80
Accounaums VACTVERL 1,6: 10000 HeunssecTteH 136
(kOMBMHMPOBAHHBIN MOPOK)
1-2:1000 000
CuHgpowm LBaxmaHa-LamoHga OnuncaHo 6onee 300 AP 1-2
cny4aes
OKTogepmanbHasa gucnnasus
rmapoTnyeckas(CMHApPoOMm He yctaHoBneHa Al 1-2
KnoyctoHa)
BynnesHbin anugepmonua 1: 50 000-
1: 300 000 Al AP 14-34
A[Ll; X/ayTocombl
Funomenatos Wro 1:8 000-1:10 000 TpaHcnokauuu; 1-3
MO3anLUn3Mm
anepKepaToe: nagoHHo- 1: 1 000 000 AP 2
NoAOLBEHHLIN U NAapOAOHTO3
AnbOVHU3M rNaso-KoXHbIA, TN | 1: 39 000 AP 40
BpoxxaeHHbIN XTno3 1: 300 000 AP 14
Tpuxo-puHO-thanaHreanbHbIn OnucaHo 6onee 400 All 5
cnHgpom 1,2 Tnna OOnbHbIX
BonesHb XapTHana 1: 14 000 AP 58
Annasus KoXu nokarnbHas 1: 10 000-1:20 000 A 56- 84

B cooTtBeTCTBMM C NpuHATEIM PeaepanbHbiM 3akoHOM «O6 OCHOBax OXpaHbl 300POBbS
rpaxgaH B Poccunckon ®epepaumm»  (2011) obecneyeHne nekapCTBEHHbIMU
cpeactBamMmn ana nedyeHuss 6o0nbHbIX C  pegkumun  (opdaHHbIMK)  3aboneBaHMsMK
BO3MOXEHO Ha pernoHanbHble 6tookeTbl cybbektoB Poccunckon ®epepauumun. Ons
peleHnsa npakTnyeckux npobnem nedveHus OOMbHbLIX C peakumMu  (OpdaHHbIMK)
3aboneBaHusMn Obino npuHATO [locTtaHoBneHne [lpaBuTenbctBa Poccuickon
depepaumm ot 26 anpens 2012 roga Ne403, B koTopom onpeaeneH lNepeveHb peakunx
(opdaHHbIX) HacneaCcTBeHHbIX 3aboneBaHui.
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Cnucok B cootBeTcTBuM C [NocTaHoBneHnem [NpaButensctBa Poccurickon ®eagepaummn
oT 26 anpens 2012 roga Ne 403 npeacrasneH B Tabnuvue 3.

Tabnuua 3. llepeyeHb pedkux (opghaHHbIX) U HacsiedcmeeHHbIX 3abosieeaHull

Ne 3aboneBaHus Koa MKB-10
1.|FeMonnTNKO-ypeEMMYECKNIA CUHOPOM D59.3
MapokcmamanbHasa Ho4YHas reMornobuHypus (6onesHb
2. D59.5
Mapkuadabl-Mukenu)

3. |Annactmnyeckas aHeEMUSA HEYTOYHEHHas D61.9
4 HacneacTtBeHHbIN eduumT haktopos D68.2
"| (dbmnbpuHoreHa)6(nabunesHoro), (Ctioapta-lNpayapa) '
5.|Mgnonatunyeckas TpomboLMTONEHNYecKasa nypnypa D69.3
6.|[dedekT B cucteme koMnnemMmeHTa D84.1
7 MpexaeBpemMeHHas nNonoBas 3penocTb LEeHTpaneHOro E228
"| npoucxoxaeHus ’

HapyweHns obmeHa apoMaTmyecknx
8.|amuHokncnoT(knaccnyeckas heHUNKeToHypus, apyrue Buabl E70.0,E70.1
rmnepdeHnnanaHmHeMmnm)

9. | TuposnHemus E70.2

10.|bonesHb «KNeHoBOro cuponay E71.0

Opyrve BMabl HapyLeHWn oGMeHa aMUHOKUCIIOT C
11.|pa3BeTBrEHHON LENbO (M30BanepruaHoBas aunaemus, E71.1
MeTUrManoHoBas aungemus, nponuoHoBas aungemms)

12.|HapyleHuns obmMeHa XMUpPHbIX KUCIOT E71.3
13. |F'omouuncTuHypus E72.1
14. | moTapukaungypus E72.3
15. |Fanakro3emus E74.2

Opyrue cuHronnnnaosel: 6onesHs Pabpu, (Pabpu-

16. AHpepcoHa), Humana-lNuka E75.2
17.|Mykononucaxapvgos, Tun 1 E76.0
18.|Mykononucaxapvgos, Tvn 2 E76.1
19.|Mykononucaxapvgos, Tun Vi E76.2
20.|OcTpas nepemexatowas (ne4eHoqHas) noppupus E80.2
21.|HapyweHusa obmeHa megu (6onesHb BunbcoHa) E83.0
22.|He3aBepLuUeHHbI OCTeoreHes Q78.0
23, JlerouHas (apTepuanbHas) rmnepTeH3nsa (nguonatmyeckas) 127.0
(nepBuyHas)
24. |KOHOLWeCcKnn apTpUT C CUCTEMHBIM Ha4Yanom M08.2

PacnpocTpaHeHHOCTb yKa3aHHbIX B [locTaHoBneHun [NpaButenbcTBa HO3010MMYECKNX
dopm no AaHHbIM EBponernickoro obwectsa no pegkum 6onesnam (8) npeacrasneHa B
Tabnuue 4.

Ta6bnuua 4. lNokazamenu pacnpocmpaHeHHOCMU omaoesibHbIX 2Py Hacs1edCcmeeHHbIX
3abosiegaHull (no daHHbIM Eurordis, 2012 ¢ donosnHeHusimu) [9]

MokasaTtenb

Ne 3aboneBaHus
pacnpocTpaHeHHOCTH
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(Ha 100 TbiCc. HaceneHus)

1.|F'eMonnTrKo-ypeMU4eCcKMin CUHAPOM 1,0

lMapokcmamanbHasa HoYHas reMornobuHypus (6onesHb

2. MapkunadaBbl-Mukenu) 0,55

3. |AnnacTtuyeckas aHeMnsi HeyTOYHEHHas 0,4
HacnepcteeHHbIn gedununt paktopos (pmbpuHoreHa),

4. 0,2
(nabuneHoro), (CtioapTa-lTpayapa)

5.|WanonaTtuyeckas TpomboumTOoNneHnYeckas nypnypa 24,6

6.|dedekT B cucteme KomnnemeHTa 0,5

7 MpexaeBpemMeHHas NoONoBas 3penocTb LEeHTPansHOro 4.0

‘|npouncxoxxaeHusa ’

HapyweHusi obmeHa apomaTnyeckux
8.|amuHokmcnoT(knaccmyeckas EeHUNKeTOHYpUs, Apyrue sugpl 4,0
rmnepdeHnnanaHmHeMmnm)

9.| TuposuHemus 0,05

10.|bonesHb «KneHoBOro cnpona» 15,6

Opyrve BMabl HapyLleHUn odMeHa aMUHOKUCIIOT C
pa3BETBNEHHON LIENbIO:

11.|- usoBanepuaHoBasi auMaemMus, 1,0
- MeTUNMAarioHoBas aungemMus, 2,0
- NponNMoHoBasa aunaemus 3,75

HapyweHunsa obmeHa XUpHbIX KUCHOT:
- cpeAHeLenoYeYHbIX XUPHbIX KUCNOT 10,0

12.). ONWHHO-/ 04eHb ANTMHHOLUENOYEYHbIX XXUPHbIX KUCNOT
2,0

13. |FomoumncTuHypus 0,4
14.|moTapukaumgypus 0,4
15. |FanakTo3emus 6,6

Opyrue cmHronunnaosel: 6onesHb Pabpu, (Pabpu-
" AHpepcoHa), HumaHa-lNuka:

BonesHb ®abpu 1,75

BonesHb HumaHnHa-MNuka Tnn C 0,85
17.|Mykononucaxapugos, Tun 1 (MINC1) 1,3
18.|Mykononucaxapvgos, Tun 2 (MINC2) 0,6
20. |OcTtpagd nepemexatoLlas (nevyeHoyHas) nopdupus 10,1
21.|HapyweHusa obmeHa meau (6onesHb BunbcoHa) 5,84
22.|He3aBepLUeHHbI OCTeoreHe3 6,5
23, JleroyHas (apTepuanbHasl) rmnepTeH3ns (nguonatmyeckas) 04

(nepBu4Has) '
24. |KOHoWeCKn apTpuUT C CUCTEMHBLIM Ha4asriom 4,2

Mo npeacTaBneHHbIM  HoO3oforM4eckMm  dopmam  paspaboTaHbl  CTaHAapThl,
pasmelleHHble Ha cante Mwunsgpasa PO [8](www.mizdrav.ru), n ®egeparnbHble
KnnuHnyeckme pekomeHgaumm (MpoTokonbl) NO  OMarHOCTUKE W JIEYEeHW penkux
(opdaHHbIX) 3abonesaHnin, KOTOpble pa3MeLlleHbl Ha canTe Becepoccuiickoro obuiecTtsa
MeOULMHCKNX reHeTUKOB (cant obuiecTBa - http://med-
gen.ru/romg/romg_recommendation [10]).
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CtaTtyc opdaHHOro cpeacresa n HopMaTUBHO-MNPaBOBbIE
acnekTbl B peleHnn npobnembl neveHnst 60nbHbIX C
pegkmmn 6onesHsimm

Cratyc nekapCcTBEHHOro cpeactsa [Ans peakon naTtonornm, WNnM «CUPOTCKOro»
nekapCTBEHHOro cpeacTBa, NpUCBaMBaeTCs NeKapCTBY, KOTOpOe ucronb3yeTcs Ans
nievyeHns Xn3HeyrpoXaroLlero cocTosaHus, NMbo B cny4vasix, korga 60onbHOMY rpo3unT
WHBaNMAHOCTb. HekoTopble CcTpaHbl onpedensT abconoTHoe 4ucno OBOonMbHbIX,
KOTOpoe MOXeT ObITb MONOXEHO Mpu onpefeneHuuM cratyca CUpPOTCKOro cpencTtsa.
Hanpumep, B CLUA Heobxogumo, 4ToObl Takown natonornen ctpaganu He 6onee 5-10
TbiC. YyenoBek. CTaTyCc NeKapCTBEHHOro CUPOTCKOrO CpeacTBa [OSMKeH ObiTb Takke
3aKkpensieH 3akoHogaTerbHO.

BnepBble cnuckn peakux GonesHenm M NekapcTB AN UX fleYeHUs, Tak HasblBaeMblX
cnpoTckux npenapartos (orphan drugs), 6binn onpegenexsl B CLUA B 1983 roay, korga
ObIN NPUHAT 3aKOH, pernamMeHTUpPYLWMI cTaTyCc peakoro 3abonesaHust U npenapaTa-
cnpoTbl. CornacHo 3ToMy 3akoHy okorio 1600 M3BECTHLIX K TOMY BpPEMEHMU
3aboneBaHun ObINM nNpu3HaHbl peakumu, a okoro 300 nekapcTB ObINMM OTHECEHBbI K
CMpPOTCKMM npenapataMm. Hapsgy co cratycom pegkoro 3abonesaHuss B
3aKoHoOaTeNbHbIX akTax, MPUHATBIX B 3apybexHbix cTpaHax (AnoHus, CuHranyp,
AscTpanus, HOxHas Kopes, KaHaga n gp.), ogHOBPEMEHHO OnpeaenieH cTaTtyc peakoro
nekapcTBeHHoro cpeacTtea. B EBponenckom Coto3e, oxBaTbiBaOLWMM TpuaLaTh YeTbipe
cTpaHbl, NoctaHoBneHnem Komwuccum Esponenckoro Coto3a (2000) cosgaH peecTp
NeKapCTBEHHbIX CPEACTB AN1A NeYeHnsa pegkmx 3abonesaHuin, Ha OCHOBaHWU KOTOPOrO
cTaTyc «nekapcTB-cMpoT» 6bin npuceoeH 450 npenapaTtam.

Mpumepbl opthaHHbIX NekapcTB npeacTasneHbl B Tabnuue 5.

Tabnuuya 5. lMpumepbl «ynbmpacupomckux» nekapcme (McGabe C. u coaem, 2005) [3]

Pacxoabl Ha 1
3aboneBaHue INekapcTtBO Cratyc oonbHoOro B rog,
aHrn. PyHTbI
Y Cakposungasa
BpoxaeHHuIn neduumut P . A 3aperncTpupoBaHo 3800
CyKpas3bl-u3omanbTasbl (sacrosidasa)
Al
ScceHumanbHas Harpen_mp, 3aperncTpmpoBaHo 4295
TpoMbouunToneHms (Anagrelide)
[[acTponHTEeCTUHanbHbIE maTtuHno
. 3aperucTpupoBaHo 28500
CTpOMarbHbIe OMyXonu (Imatinib)
Murnyctat
BonesHb Now . rmcTpupoBaH 58400
ornes owe (Miglustat) 3aperncTpupoBaHo
murn
BonesHb Nowe . roliepasa 3aperncTpupoBaHo 70 100
(Imigucerasa)
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Aranavgasa
BonesHb ®abpu . 3aperncTpupoBaHo 109 600
P (Agalsidasa) P Pvp
JlapoHnpgasa
Mykononucaxapngos, 1 Tuna (Laronidasa) 3aperucTpupoBaHo 311 000
HacnencTteeHHas TuposuHemus |OpdaamnH
. 3aperncTpupoBaHo HEN3BECTHO
(1) (Orphadin)
CuHapom XaHTepa Maypcynearasa 3apermcTpupoBaH HEN3BECTHO
AP P (Idurisulfatase) P PP
Mykononuncaxapngos, 6 Tuna Apunnasa 3aperncTpupoBaH HEN3BECTHO
y puaos, (Aryplasa) p pvp
BbonesHb HumaHHa-lMNuka OGT 923 HauanbHas cTanus - HEN3BECTHO
KIMMHUYECKNX UCMNbITaHUN

JlekapcTBO-CUPOTa — 3TO MEAMLIMHCKUIA NPOAYKT, NPeAHa3Ha4YeHHbIA ANs ANarHOCTUKN,
NPOUNAKTUKA M JeYEeHUs pPeaKoro 3aboneBaHus, He WMEKLMA KOMMEPYECKUX
NnepcrnekTns, HO OTBeYawlMii HyxaaM obuwecTBeHHoro 3a0poBbsi. OpdaHHble
(cMpOTCKME) nekapcTBa npeaHasHadeHbl AN AMarHOCTUKM, MNPeaynpeXxaeHus unum
rnleYeHnst onacHbIX ONs XU3HWU U 300POBbS, peakux 3aboneBaHuii y HEOOMbLLOW YacTu
HaceneHus.

YuntbiBass NHHOBALMOHHBIN XapakTep U BbICOKUA YPOBEHb TEXHOMOMMNIA, MPUMEHAEMbIX
Anst paspaboTkm 1M npou3BoacTBa buonpenapaTtoB AN fnedYeHust 3Tux 3aboneBaHun,
HebonbLOEe KONMMYECTBO MAUMEHTOB, W  CpaBHUTENbHO Hebonblion 0b6bem
npoun3BoACTBa, NPaBUTENLCTBA psga CTpaH (PMHAHCUMPYIOT cneuunanbHble NporpamMmel,
Gnarogapsi KOTOpPbIM BbINYCK «HEBBLIFOAHbLIX» UITM «CUPOTCKMX» FEKapCTB CTaHOBUTCS
npuBnekaTenbHbIM ANs NPoM3BOAcTBa. BO MHOrmMx cTpaHax npuHATbI crneumarnbHble
3aKoHoAaTeNbHbIE aKTbl, MNPeaoCTaBndAllWME ONpeaeneHHble NbroTbl KOMMNaHUSAM-
paspaboTtymkam, CTUMYNMPYIOLWINE WHTEpPeC Haykm M Ou3Heca K WHHOBALMOHHbLIM
BMOTEXHONOrMYHLIM pa3paboTkam B 3ToM obnacTu.

Bo MHormx cTtpaHax dopMupyoTcs cnmckn opdpaHHbixX nekapctB. Tak, B CLUA 3a
nepuog ¢ ¢ 1983 no 2007 rog cocTaBfieH CMCOK OpaHHbIX NekapCTBEHHbIX CPeacTB
n3 1793 HaumeHoBaHWn, 13 koTopbix K 2007 rogy Tonbko 322 nonyyunu ogobpeHuve
denepanbHon crnyxbel nekapctse (FDA) [11].

OaHMM 13 NepBONPOXOALEB Ha pblHKE OpdaHHbIX NpenapaToB SABMNSETCA LIBeAckas
hapmakornorndyeckas komnaHma — Swedish Orphan International (ocHoBaHa B 1988
rogy), KoTopas UMeeT LUMPOKNA acCopTUMEHT — Bonee yem 40 nekapcTs OT Honee yem
20 npousBoguTenen n umeet goyvepHue npeanpusatusa B 14 ctpaHax EBponbl. Llenbio
paboTbl koMnaHuu 3asBndetca «[llpegocTaBnATb  nauueHTam, MeaULUHCKOMY
nepcoHany wn apMaueBTU4ECKOW MNPOMBILLNIEHHOCTM BCEMMUPHYKD CeTb  YCNYr,
cneunanusvpyroyocs Ha paspaboTtke, npogaxe M pacnpocTpaHeHun opdaHHbIX
nekapcTB Ons neyeHus pedkux 3aboneBaHuW, a Takke npenapatoB W ycnyr And
obecneyeHnss COOTBETCTBYIOLLMX MEOULMHCKMX NOTpebHOCTENY.
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B Poccuiickon depepaumm npobnema pegkmx 6onesHen cTaHOBUTCHA Bce OGonee
aKTyanbHOW, OAHAKO MpaKTU4eckne Bpayn Mano 3HawT O pedknx (opdraHHbIX)
bonesHsax, 3aboneBaHWa He [OMarHOCTUMPYKTCA WAW  MO34HO  OMarHOCTUMPYHOTCS,
npobnema opdaHHbix GonesHen Mano obcyxgaeTcss B HayvyHOM U MeOMLMHCKOM
neyatn. PacwupeHne MacCcoBOro CKpUHWHra HOBOPOXAeHHbIX B Poccun po 5
Ho3zonormn — O@KY, ranakto3emusi, BPOXOEHHbIM TMMNOTMPEO3, MYKOBMCLMAO3 W
aflpeHoreHnTanbHbIn  CUHOPOM — MO3BOJSIMO OWarHocTupoBaTb OOHO U3  pekunx
GonesHen (ranakrto3emuio), B TO BpeMs Kak fgpyrme pegkue 3aboneBaHus
ANArHOCTUPYIOTCA  TONMBbKO  MPWU  MOSBNEHUN  KMMHUYECKOM CUMMTOMATUKM  UIK
NpoBeSEeHUN CESNTEKTUBHOIO CKPUHUHTA.

B03MOXHOCTb CUCTEMHOrO noaxoda K JleYeHuo, B TOM 4ucne u peakmx GonesHen,
nosisunace B Poccun ¢ BBegeHWEM nporpamMmbl AOMOSHUTENBHOIO feKapCTBEHHOro
obecneveHunsi. B nepedeHb nekapcte PacnopsbkeHuem [lpaButenbctBa Poccuickon
depgepaumm  ObINM  BKNKOYEHbl npenapatbl Ans  feyeHuss cemun  3aboneBaHuin:
reMooununsa, MyKOBUCLMAO03, rMNodusapHbin HaHU3M, OonesHb [owe, MUenonemnkos,
pacCesiHHbIN CKNepo3, COCTOSAHUSA Nocne TpaHcniaHTaunum opraHoB n (unu) TkaHen. B
paMKax TaK HasblBaemMon nporpaMmmbl «7 HO3O0MOMMNY FEKapCTBEHHbIE CpeacTBa
obecneunBaloTca Ha BecnnaTHOM OCHOBE

B HacTtodwee Bpema B Poccun BbigBRAOTCA OOMbHble C  TakuMu  peakumu
HacnegcTBeHHbIMKU 3abonieBaHuaMn, kak 6onesHb Mowe, MIMNC 2 (cuHgpom XaHTepa),
MMC 1 (cuHgpom lypnep), MIMC, tun 6 (cuHgpom MapoTo-Jlamu), 6onesHs dabpu,
6onesHb HumaHHa-lNMuka, Tvn C, roMOUUCTMHYPUS, OpraHMyeckue aunaypum n ap., ang
nevyeHnsa KOTOpbIX 3a nocrnegHue rogbl B Poccun 3apernctpmpoBaHbl naToreHeTUu4ecku
ueneHanpasfeHHble npenapaTbl — Luepe3uM, anbaypasuMm, ananpasa, Harnasmm un gp..
HekoTopble GoOnbHble Havanu nonyvatb Kypc nedexHus. OgHako, xota B Poccun Ha
AAHHBbIA MOMEHT W 3apermcTpMpoBaHO HECKONbKO OpdaHHbIX MpenapaToB, HO O
HaCTOSILLLEro BpeMEeHU He onpeaeniéH nx opuumnanbHbIn cTaTyc.

JleuyeHne GonbHbIX C peaknmu (opdaHHbIMK) 3aboneBaHNAMN OTHOCUTCSH K KaTeropum
aoporoctodawmx. Tak, No OUEHOYHbIM AaHHbIM EBponenckoro obuiectBa Mo peakmm
6onesHsam [1] npu pernctpaumm 10 Tbicay 6onbHbIX cTonmocTb coctaBnt 20 000 eBpo/1
©onbHoro roA.

B cootBetctBUM C lNocTtaHoBneHnem [paButensctBa Poccurckon depepauumn ot 26
anpenda 2012 r. Ne403 n lNoctaHoBneHnem lNpasutensctBa PP ot 22 oktabps 2012
roga Ne1074 «O nporpamme rocyaapCTBEHHbIX rapaHTuin 6ecnnaTHOro okasaHus
rpaxgaHam meguumHckon nomowm Ha 2013 rog n Ha nnaHoBbin nepuog 2014 n 2015
rogoB» MpeaycMOTPEHO pelleHne (UHAHCOBLIX 3aTtpaT Mno peakum  6onesHsm
OCYLLEeCTBNATb 3a CYeT cpencTB broaxeToB cybbekTtoB PO — obecneyeHune rpaxgaH B
yCTaHOBIIEHHOM nopsagke Ha Tepputopumn Poccunckon depgepaumm nekapCTBEHHbIMU
npenapatamm  Ans  nedyeHus  3aboneBaHun, BKIMIOYEHHBIX B MNEepeyYeHb
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XU3HEYrpoXawwmnx U XPOHUYECKUX  Mporpeccupyroimx  pegkux  (opdaHHbIX)
3aboneBaHun, NPUBOAALLMX K COKPALLEHWUIO NPOAOSDKUTENBbHOCTU XU3HU FpaXaaHwHa
unu ero wuHBanugHoctn (pasgen IV. WcToyHukn durHaHcuMpoBaHnsa obecneyeHns
OKasaHus MeguuMHCKOW nomolum). 3atpaTbl Ha A0POroctosilee fnevyeHne [OBOSbHO
Benukun. Tak, ecnn B 2008 r 20 Thicsyam poccusiH Bbinin HEOBXOAMMbI AOPOrocToALLME
npenapaTtbl, T0 B 2011 rogy 3apernctpypoBaHo 6onee 77 TbiCAY HyxXaawowwmxca. B
TeyeHne 2011 r 1 2012 r Ha 3aKynKy nekapctB noTpaveHo noytn 30 mnpa. pyo.

[na ycnewHoro peweHns npobnem opdaHHbix 6onesHen 1 nekapCTBEHHbIX CPeacTB
Ansa ux neyennsa B Poccurckon ®epepaumm npeactonT NpoBeCTU OrpoMHyto paboTy no
MHOrMM  HanpasneHuam. Heobxogumo cos3gaHue 3akoHogaTtenbHon ©asbl W
YCTAHOBIEHMS1 CcTaTyca peakoro 3aboneBaHust M NEKapCTBEHHOMO «CUPOTCKOro»
cpeactea. CneuuanbHOe  3akoHOA4ATeNbCTBO  MO3BONMT  co3gatb 6Gasy ans
CTUMYNMPOBAHUA UCCIIe0BaHNN U OCYLLEeCTBNATb pa3paboTkn opdaHHbIX NIeKapCTB.

Heobxognma ocobasi naTeHTHass 3awmta W CO34aHWe OKCKIMO3UBHBLIX YCHOBUM
TOpProBnn, a TaKkke, Npu HeobXxoAMMOCTW, YCKOPEHHbIN MpoLecc perncrpaumm
opdaHHbIX nekapcTB Ha Tepputopun Poccuiickon depepaummn. KpanHe Heobxoanmbl
KNUHUYECKME UCCNeaoBaHUs AN perMcTpaunmn ekapcTBEHHbIX NpenapaToB HE TOMNbKO
Ansi B3pOCIbIX, HO npexae Bcero ans geten. [loaTeBepxaeHnem 3pdekTUBHOCTU
NogoOHbIX MEPOMNPUATUI CIYXKUT MOBbLILLEHHOE BHMMaHWe Kk opdaHHbIM npenapartam co
ctopoHbl Bnacten B CLUA, koTopoe npuBeno K TOMY, YTO Ha [AaHHbIA MOMEHT
cywecteyer 1400 HaMMeHOBaHUM fEKaApCTBEHHbLIX CPeacTB, WMEKLWMUX cTaTyc
opdaHHbIX NpenapaToB, U3 KOTOPbIX YXe 3apernctpupoBaHbl 250, a Takke 6onee 500
HaMMeHOBaHW NIeKapcTB B CTpaHax EBponbl, MMelLwmx ctaTtyc opdaHHbIX, U3 KOTOPbIX
3aperncTpupoBaHbl Tonbko 6onee 40.

C npakTu4eckom TOYKM 3pEeHUsI NpuU BblIOOpe TakKTUKM fnevyeHust GONbHbIX C peakumMu
(opthaHHbIMK) 3aboneBaHuAMU LieniecoobpasHo pasgeneHue Bcex rpynn 60sibHbIX €
opdaHHbIMU BONE3HAMN MO OKa3aHUIO Crneunannu3npoBaHHOM NOMOLLN Ha 4 KaTeropum:
GonbHble Hy)XOawwmecss B CUCTEMATMYECKOM FEeYeHUW, [Onsi KOTOPbIX MMEKTCH
pa3paboTaHHble 1 3aperncTpmpoBaHHble ANs NPUMEHEHNA Ha TeppuTopun Poccuickon
defepaumm  nekapcTBeHHble cpeacTBa  (KypabenbHble  ©onbHble);  OOMbHbIE,
Hy)Xgalowmecss B CUCTEMATUYECKOM JleYeHuM, AN KOTOpbIX B MUPE WUMEHTCS
pa3paboTaHHble, HO HEe UMelLMe perucTpaumm onst NpuMeHeHnss Ha Tepputopun PO
nekapcTBeHHble cpeacTBa; OonbHble, cTpagawowmne opdaHHbiMi BonesHamun, Ons
KOTOpPbIX B MWpe OTCYTCTBYIOT paspaboTaHHble cpeactBa IedeHus; 6onbHble,
cTpagawwme opdaHHbiM1 BOoNnesHasMK, HyXpalowmecss B NanIMaTUBHOM MOMOLLN.
Takoe pasgeneHve no3sonuio Obl onNpedenuTb 3TanHOCTb M NEPBOOYEPESHOCTb
peleHnsa 3agay (Cpoku pernctpaumm, ctaTyc nekapcrea, rocyaapCTBeHHas nogaepkka
nT.n).
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HecmoTps Ha To, YTO BHUMaHUe Kk peakum 3abonesaHusm B Poccuu 3a nocnegHve 3-4
roga pesko BO3POCNO, OA4HAKO B 3TOM 06nactu OCTaeTcss MHOM0 HepeweHHbIX
npo6nem. Hanbonee 3Ha4YMMbIMU CPeaN HUX SIBNSILOTCS:

1) OnpegeneHune KNMHUYECKNX U UCCNeoBaTeNbCKUX nadbopaTtopuin, B KOTOPbIX
AnarHoctupytotca opdaHHble ©onesHu; onpegeneHne cnektpa 3abonesaHun,
ANarHOCTMKa KOTOPbIX BO3MOXHA B yKa3aHHbIX nabopatopusix;

2) lNpoBefeHne OTEeYECTBEHHbIX HayYHbIX pa3paboTok ANnd co3gaHus Hay4HOWm
6a3sbl peleHna npobnem peakmx (opdaHHbix) 6onesHew;

3) ®opmMmpoBaHMEe yYpEXOEHUN, OKa3biBaAKOLMX Jle4ebHylo, OMarHOCTUYECKYHO,
OpPraHM3auMoOHHYD W  NanMaTtMBHYO MNOMOLWb ©OOnbHbIM C  OpdaHHbIMK
3aboneBaHnNAMU;

4) Co3gaHne 06beKTUBHbIX KpUTEpUEB NS popMMpoBaHUS pernctpa opdraHHbIX
Oones3Hen Kak MepBbli War K peLleHuo BOMpPOCOB peakux HacneCTBEHHbIX
3aboneBaHun, BCTpeYatoLLmnxcs B JETCKOM BO3pacTe. MNoaTanHoe
opMUPOBaHNE TEHETUYECKUX PErucTtpoB Mo pedkMMm  HacneacTBEeHHbIM
oonesHsaMm;

5) PaspaboTka Mep NO CO34aHUI OTEYECTBEHHbIX JIEKAPCTBEHHbLIX CPEACTB,
TEXHOMOIMA N MEeLULUMHCKUX U3Oenun ansa neveHvs 1 peabvnurtaumm geten c
peakMMu 3aboneBaHUAMN;

6) OnpepeneHne nopsigka perucTpaumm nekapcTBEHHbIX CpeacTB MU
crneumanbHbIX ne4vyebHbIX MNpPOoAYKTOB [AOnsi NedeHuss geTen C¢  opdaHHbIMK
3aboneBaHnNAMU;

7) Tlopsagok B3auMoOAencTBuMst € papMaueBTUHECKMMW  KOMMaHUAMU MO
CTUMYNUPOBaHUIO pa3paboTok U BHELPEHNSA HOBbIX SIEKAPCTBEHHbBIX CPeACTB Ans
nevyeHns un  peabunutauumbonbHbIX € peakMmMun  HacnenCTBEHHbIMU
3aboneBaHuaMM (CneumanbHble 3akoHOAATElNbHblE aKTbl, NpeAoCcTaBnsaloLLMe
onpeaeneHHble NbroTbl KOMMaHUsIM-pa3paboTynkam, CTUMYNUpyoLWne nHTepec
Haykn n GusHeca K MHHOBALMOHHBIM BMOTEXHOMOrMYEeCKMM pa3paboTkam B aTOM
obnactn);

8) B3sanmopgencteue ¢ MexayHapoaHbeiMn opdaHHbiMu opraHmnsaumsammn (NORD,
EURORDIS, Hay4Hble opraHu3aumm, hapMaLeBTU4ecKne KoMnaHum n ap.);

9) Baaumopencrteume C HEeKoOMMepYeCKUMN, HerocygapCTBEHHbIMMU,
AOOPOBOMBbHLIMM  OpraHn3aunaMn  30paBOOXPaHEHNs U 00beaMHEeHUAMM
nauMeHTOB CTpafaloLLMX peakumm 3aboneBaHnsMu;
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10) PaspaboTka cucCTeMbl rOCy4apCTBEHHOINO CTpPaxOBaHWA WL, CTpagaroLmnx
CUPOTCKMMUN (OpdaHHbIMKN) BONe3HsaMN.

Ana peweHns npobnembl peagkux  (opdhaHHbIX) ©GonesHen  npepnararoTcs
06LLEeCTBEHHbIE HaUMOHarbHble MporpamMmbl, doeaepanbHoe perynvpoBaHue, NonMTuka
NoOOEPXKN CcO3[aHusa  NnekapcTB  Ana  pegkmx OonesHewn, rpaHTbl, Hay4HbIX
nccnegoBaHWn, CokpalleHue Hanoros 1 ap.[11].

HecomHeHHyto nonb3y ans Poccun npuHecno Obl co3jaHue rocyAapCTBEHHbIX U
pernoHanbHbIX LeneBbliX NporpaMmm, yTBepxaeHne cTaHa4apToB Mo fevyeHntio opgaHHbIX
BbonesHen, paccMOTpeHMe BOMpoca O rocy4apCTBEHHOM JleKapCTBEHHOM CTpaxoBaHuUu,
paccMOTpeHne uenesBbix denepanbHbiXx cybBeHUM cybbektam  Poccuickon
depepauum n T.4.

AKTyanusaumsi BHUMaHWs K npobneme peakMx HacneacTBeHHbIX 3aboneBaHui B
Poccunckon ®epepaummn n cosgaHme OOBLEKTMBHLIX KpUTEpUeB AN (hOpMUPOBaHUSA
pernctpa QAaHHOW rpynnbl 3aboneBaHMi MNOCAYXWUT MEPBbIM LIArOM K pPeLUEeHM IO
BOMPOCOB pPEOKUX HaCneACTBEHHbIX 3aboneBaHui, BCTPEYalLMXCA B [AETCKOM
BO3pacTe 1 'y B3POCHbIX.
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Legal Issues Relating to Rare (Orphan) Diseases — Russian and
International Experience

Novikov P.V.
Moscow Research Institute for Pediatrics and Pediatric Surgery

The article presents modern data on rare (orphan) hereditary and congenital diseases, gives the
definitions, considers approaches to assessing the incidence and prevalence of diseases, the existing
problems in the diagnosis and treatment of rare diseases in the world and in our country. Introduced are
lists of hereditary diseases and syndromes classified as rare. The most urgent problems of rare diseases
requiring urgent solutions are addressed.
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