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Path of a patient with a rare diagnosis: regulatory documents and organization
of the process of treatment and diagnosis of an orphan disease in the Russian Federation
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The main legislative document of the organization of medical care in the Russian Federation “On fundamental healthcare principles
in the Russian Federation” and points related to the rare (orphan) diseases are discussed. The organization of care, rules for managing a
federal registry of orphan diseases and routing of patients with main orphan nosological forms for which treatment is known are presented.
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BriepBrie TepMuH «opdhaHHBIC 00JIe3HN» (peaKue 3a-
boeBaHUS, «OOJIE3HM-CUPOTHI») TOSBIWICT B 1983 L
B CIIJA npu npuHATUM 3aKOHA 00 ophaHHBIX OONIE3HSIX.
Kak mpaBmito, pedsb UAeT O TSKEJTBIX XXNU3HEYTPOKAIOIINX
XPOHMYECKUX COCTOSTHUSIX, OOYCITOBICHHBIX TeHETHUECKI -
MU ITepeKTaMH M 9aCcTO TIPUBOISIINX K MHBATUAN3AIINN,
PE3KOMY CHIDKCHMIO KadecTBa M IIPOMOJLKUTEILHOCTU
XKN3HU NanueHTOB. CHUMIITOMBI MOTYT TIPOSIBISTHCS
KaK B paHHEM JETCTBE, TaK U BO B3POCIOM BO3pacTe.

Borpochl IMAarHOCTUKM M JICYCHUST PEIKUX 0oJie3-
Hell — BaXHasT MEIMKO-COIMAIbHASI 1 3KOHOMMUYECKasT
mpobiaema, TpeOyiomas KOMIUIEKCHOTO II0aX0za
KaK CO CTOPOHHI (peIepaIbHBIX U PETHOHAIBHBIX OPTaHOB
3aKOHOMATEIbHOM M WCHOJIHUTEIBHOM BIACTU, TaK
W CO CTOPOHBI HAyYHOTO COOOIIECTBa, OOIIECTBEHHBIX
OpraHu3alnii MaIMeHTOB, OJIATOTBOPUTEIIPHBIX OpTaHM-
3anuii. BaskHBIMM TTpo0IeMaMu SIBJISTIOTCST CBOEBpEMEHHAST
IMarHOCTHKA op(haHHBIX 00JIE3HE, OCBOCHHE CTICIINAITb-
HBIX TEHETUICCKUX METOIOB MCCIICIOBAHUS M o0ecIiede-
HUe uX nocTynmHocTy. [1o mTaHHBIM MEXITyHAPOIHBIX 9KC-
MePTHBIX coobiecTs, mid 325 n3 7000 CcylIecTBYIOIINX
PEIKNUX HO30JIOTUIECKUX (hOPM CETOIHS yKe pa3paboTaHO

crienprIecKoe MeINKaMEHTO3HOE JICUeHNE 1 TTIOCTOSTH-
HO BeIyTCSI MHTCHCUBHBIE MCCIICIOBAHMS IJIT APYTUX OP-
(aHHBIX OOJIE3HE.

BnepBrie B pOCCHIICKOM 3aKOHOMATEIBCTBE OIIPE-
neeHue oppaHHOro 3a601eBaHUs ObLTO 1aHO B Dene-
paabHOM 3aKoHe OoT 21.11.2011 Ne 323-d3 «O6 ocHOBax
OXpaHBI 300pOBbsS rpaxmaH B Poccwmiickoit ®Peme-
pamum».

B stom mokymeHTe penkume (opdaHHBIE) 0OJE3HH
OIIpENeNISIIOTCA KaK HMMEIOIINe pacipoCTpaHEHHOCTD
He Oospine 10 coydaeB 3aboneBanmsa Ha 100 TeIc. (Man
1 caygait Ha 10 THIC.) HacenaeHus. [1o pa3HBIM OILIEHKaM,
B Poccuu HacumThiBaercst 6osee 1,5 MiIH Ui, cTpagaio-
mMuX peakuMm Oose3HsIMH. OTCyTCTBHE 0O0JIee TOIHOM
CTaTUCTHUKM CBS3aHO C TEM, YTO CaMO MOHATHE OpdaHHO-
ro 3a001eBaHNS BBEJEHO COBCEM HeaaBHoO [1].

B Poccum peiictByer @emepanpHasi IporpamMMa
«7 B3H» (7 BBICOKO3aTpaTHBIX HO30JIOTHIA), COTJIACHO
KOTOPOM BBIACIISIIOTCS CPeACTBA Ha MPHOOpPETECHHE Jie-
KapCTB TS MAIIMeHTOB, CTPAIAIOIINX OTHUM U3 7 3a00J1e-
BaHUIA, TPEOYIOLINX TOPOTOCTOSIIEro iedueHnsI. CpencTsa
BBIIEJISIOTCS HAMpsIMylo U3 demepalibHOIO OI0mKeTa.

61



TOM7

62

HepBHo-mblweynbie BONIE3HU

ﬂeoumwzoeuttecxue np06/l€Mbl Hespoaoeuu

W3 7 Ho3o0ruii K yncity oppaHHBIX 00JI€3HE OTHOCSITCS:
reMopuansl, MyKOBHUCIIHIO3, THITO(GU3apHBIT HAHU3M
u 60s1e3Hb lome.

IIporpamma «7 B3H» oka3anach ymaqyHBIM IIPUMEPOM
JMOCTVKEHUS XOPOIIMX PE3Y/IBTaTOB MPU JICUCHUH TTaIl-
€HTOB C PeIKUMU OOJIC3HIMMU.

Kpowme toro, B 2012 r. [IpaButenbctBoM Poccun yr-
Bep:KIEH ITepedeHb KM3HEYTPOKAIOIINX U XPOHUIECKIX
MPOTpeccupyolnX peakux (ophaHHbIX) O0JIe3HEN, TPU-
BOJSIIMX K COKPAIEHUIO MPOAODKUTENBbHOCTU XU3HU
rpaXmaH WJIM WX WHBAJUIW3AINU, TPeACTaBICHHBIN
24 HO30JIOTUSIMU W pa3MEIICHHBI B OTKPBHITOM TOCTYIIC
Ha o(pUIINAIIFHOM MHTEPHET-TIOPTAJIe IIPaBOBOI MHGOP-
Mamum pravo.gov.ru (mamee — IlepedeHp 24 HO30JIOTHIA).
Taxcke ObITM yTBepKIeHBI TpaBmia BeaeHusts Memepainb-
HOTO PETUCTpa JIUII, CTPATAIOINX peAKUMU (OphaHHBIMI)
oonesasmu (IlocrtanoBnenmue IlpaBurenbcrBa Poccun
ot 26.04.2012 Ne 403 «O nopsnke BeaeHust PenepaabHOro
PETHCTpa JINII, CTPATAIOIINX KM3HESYTPOKAIOIINMU B XPO-
HUYECKVMH TIPOTPECCUPYIOINME PeaIKUMHU (OpdaHHBIMI)
3200JIeBAHUSIMH, TIPUBOISIIIMMY K COKPAIICHUTO ITPOI0I-
KUTEIPHOCTU XKWU3HM TpaxXmaH WA WX WHBAJIUIHOCTH,
1 €T0 PETUOHAIBHOTO CETMEHTA» ).

PerroHambHBIN CETMEHT BEICTCS YITOJTHOMOUYEHHBIMU
OpraHaMM MCTIOJIHUTEILHOM BJIACTH CyOBeKTOB Poccuii-
ckoit Peneparu 1 GOPMUPYETCS HA OCHOBAHUU CBEIC-
HUU O JUIAX, CTpagalommx 3a00JIeBaHUSIMHU, BKITIOUEH-
HBIMH B TIepeYeHb. OTU CBEIACHUS IIPEICTABIISIOTCS
B YIOJHOMOYEHHBIM OpraH MCIOJIHUTECIHHOM BIIACTU
TeppuTOpHaIbHOrO cyonekTa Poccuiickoit Memeparmu,
MecTa IIPOXUBAHMS YKa3aHHBIX JIUI] MEAUIIMHCKUMU OpP-
TaHU3ALUSIMUA, B KOTOPBIX 3TH JIMIIA TTOIYJIal0T MEIUITNH-
CKO€ 00CTYyXKMBaHKE, B TOM YKCIIC MEIUIIMHCKIMM Opra-
HU3AIUSIMM, Haxomsmmmucs B BeneHun demepaabHOTO
MEINKO-0MOJIOTUIECKOTo areHTCTBa ¥ PemepabHOi CITyXK-
OBI MCTTOJTHEHMST HaKa3aHWA. [TalmmeHTsI ¢ penKuMM 00J1e3-
HSIMM WCITBITHIBAIOT CEPhE3HBIC 3aTPYTHEHUS CO CBOE-
BPEMEHHBIM ITOATBEPXKICHWEM IWAarHO3a M IOCTYIIOM
K JleueHn10. OCHOBHBIC TIPOOJIEMBI, C KOTOPBIMH CETOIHS
CTaJIKMBAIOTCS TTAIIMECHTHI, CTPAIAIONINe PEIKIUMU 00J1e3-
HSIMM, 1 Bpaul, OKa3bIBaIOIINe UM JOCTYITHYIO, CBOEBpE-
MEHHYIO, 0€30TacHYI0 W KauyeCTBEHHYI0 MEIUIIMHCKYIO
MOMOILlb, CBSI3aHBI:

* ¢ HEIOCTATKOM Ka4eCTBEHHOW M HOCTYITHOM MH-
dbopmariinm o mopsiaKe MOIyIeHUS] METUITMHCKOMN
TTOMOIIY TS TAIIMEHTOB, CTPANAIOIINX PEIKIMMI
0O0JIe3HSIMU;

*  OrpaHMYCHHBIMU BO3MOXHOCTSIMHU TOUYHOM AMar-
HOCTUKM OOJBIIMHCTBA PEAKUX 3a0o0JIeBaHUI
Ha ypOBHE TIEPBUYHOTO 3B€HA U B CTAIIIOHAPHOM
CEerMEHTE perMOHAIBHBIX YUPEXKICHUI 31PaBOOX-
paHeHUS;

*  OTCYTCTBHEM CIIeIIMATN3NPOBAHHBIX OOpa30oBa-
TEJIbHBIX IIPOrPaMM IS Bpadeil, 0Ka3bIBAIOIINX
TIEPBUYHYIO MEINKO-CAaHUTAPHYIO TTOMOIIIb TTAlIH-
€HTaM C PeIKNMU 3a00JIcBaHUSIMU.

Ecnm y mammeHTa IMarHOCTUPOBAHO M JIAOOPATOPHO
MOATBEPXKICHO peaKoe TeHeTUYecKoe 3a0oJieBaHUE
n3 «7 B3H» nmn «Ilepeunst 24 HO30/I0TMN», OH JTOKEH
OBITh 3aHECEH B PerMOHANbHBIN cerMeHT (DenepaabHOTO
perrcTpa JIMII, CTPamaOIINX KU3HEYTPOXKAIOIITUMU U XPO-
Hgeckumu 3aboneBanusiMu ([Tocranosenne IpaBuTess-
crBa Poccun or 26.04.2012 Ne403 «O mopsiake BeneHUs
®enepanbHOTO PETHCTPA JINII, CTPATAIOIINX KM3HEYTPOKa-
OINMU ¥ XPOHUYECKUMH TIPOTPECCUPYIOIINMHI PEIKIMU
(ophanHBIMM) 320071€BaHUSIMA, TIPUBOISIINMHI K COKpa-
IIEHUIO TIPOIOLKUTETEHOCTH XXU3HM TpaXkIaH TN X WH-
BaJIMTHOCTH, ¥ €T0 PETMOHAIBHOTO CETMEHTA» ). DTOT 3Tall
SIBJISIETCST O0SI3aTeTbHBIM. 3a 3aHeCeHNe JAaHHBIX B PETUCTP
HECYT OTBETCTBEHHOCTh Ha3HAYCHHEBIE COTPYITHUKH JIedeO-
HO-TIPOGIIAKTUIECKOTO YUPEXKICHUS, TOC 3TOT MaIlleHT
TPOXMBAET U HAOMIOHaeTcs (CM. PUCYHOK).

B ciyyae HEBO3MOXHOCTU MPOBEACHUSI BpauyeOHOro
KOHCWJIyMa IT0 MECTY >KMUTEJIbCTBA MALEHTA ITO IPUYMHE
OTCYTCTBUS B IITATE JICUCOHO-ITPOGUIAKTUICCKOTO yIpe-
KICHUSI HEOOXOIMMBIX CTICIIAAIMCTOB MIN HEOOXOIMMOTO
000pyIOBaHMS, ITAIIMEHT MOXET OBITh HAaIlpaBJICH B CITe-
[MaIU3UPOBAHHEBIC OTIEICHMS MEIUIIMHCKON OpraHu3a-
nouu (HarpuMep, B OOJACTHYIO WM PECITyOIMKAHCKYIO
KIIMHUYIECKYIO OOJBHUILY) WX B APYTYIO MEIUIIMHCKYIO
OpTaHM3aINIo (HaIpuMep, heaeparbHbIN IIEHTP) IS pe-
IIEHUs BOIIPOCOB, CBSI3aHHBIX C COCTOSTHMEM €TI0 3I0PO-
BbSI, IMATHO30M, OIIpeAe/ICHEeM ITPOTHO3a M TAKTUKY €TO
JICYCHMSI.

Tocnuranu3anms malureHTa B IPYTyO MEIUITMHCKYIO
OpraHu3aIunio (HarpuMmep, (pemepaaTbHbBIN IEHTP) BO3MOX-
Ha KaK C HCITOJIb30BaHMEM PETHOHAIBHBIX KBOT, TaK
M 3a CYECT CPEICTB IPOrPaMMBbI BBHICOKOTEXHOJIOTUIHOM
MEIUITMHCKOM TTOMOIIIH.

ITocne 3aHeceHNs JAHHBIX ITAIIICHTA B pETMOHATBHBIIN
cerMeHT DemepabHOTO PETUCTPA W/ W TIOJTYISHUS IIPO-
TOKOJIa BpadeOHOoro KoHcunyma MenepaabHOTrO IIeHTpa
JIeUaliii Bpad MHUIIMMPYET MIPOBeIeHNE BpauyeOHOM KO-
MUCCHM TSI AMAaTHOCTUKY ¥ Ha3HAYCHUSI JIeKapCTBEHHBIX
npenapaToB Wi nocuenytomero geueHust ([Ipukaz Mu-
HUCTEPCTBA 3IPaBOOXPAHEHUS M COLIMAIBLHOTO Pa3BUTHS
Poccuut o1 05.05.2012 Ne 5021 «O06 yTBep>KIeHUY TTOPSII-
Ka CO3MaHUS U IeSITSIHbHOCTU BPaueOHOM KOMUCCUU ME-
TUIIMHCKOM OpraHU3aInu»).

ClenyommM 3TalloM SIBJIICTCS HAIIpaBJICHUE TOKY-
MEHTOB B PeTMOHAJIIBHOE YIIPABJICHUE 3IPaBOOXPAHCHMSI.
HaHHBI CIMCOK BKJIIOYAET CJICAYIONINE ITOKYMEHTHI:
MIPOTOKOJ 3aceIaHMsI BpaueOHOM KOMUCCHH, 3aKTI0UCHIE
BpayeOHOro KOHcwInyma (deaepaabHOro LieHTpa (eciun
TaKOBO€ HMMEETCS), 3aKIIOUeHUE METUKO-COIMATBHOU
9KCIEPTHU3HI (€CITM TAKOBOE MMEETCsI) M 3asIBKY Ha JieKap-
CTBEHHOE o0ecTieueHMe ITalieHTa.

B HeKOTOpPEBIX CiTydasix, €CJIM MallueHT CTpamaeT 3a00-
JIeBaHWEM, He BKJIIFOYCHHBIM B (heepabHYIO WIN PeTHO-
HaJIBHYIO IIPOrpaMMY TOCYIapCTBEHHBIX TApaHTH, HEO0-
XOIUMO TIPOBEICHNE MEOUKO-COIMATBLHON SKCIIEPTU3EI
C YCTaHOBJICHHMEM TPYITITHI MHBAJTUIHOCTH.
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3IpaBOOXPAaHEHMS BCEX BBIIICTICPEUNCIICHHBIX TOKYMEH-  3aKyIIKa JIEKapCTBEHHOTO IIperapaTa B paMKax e CTBYIO-
TOB IIPUHUMAETCS PELLIeHKE O JIEKAPCTBEHHOM obecIiedye-  1ero 3akoHomartenbcTBa (PenepanbHblii 3aKkoH Poccuii-
HNU TTalleHTa. ckoit Meneparmm No 223 winu 44).
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