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AKTVYAJIBHOCTDb

300poBBe HaceJleHUsS — BaXKHelllasd COCTAaBJAKOIAS B WU3yYeHUM IpobieM
COLIMAJIbHOWN HAaIpaBJIeHHOCTU. VIHBaIWgHOCTb, CMEPTHOCTb, 6eZHOCTH U IP.
HepegKo SBJSIOTCA CJIeACTBMEM OrpPaHMYEHUN 340POBbs, BBICTYMNAIOIIUX
3HAaYMMBIMK OapbepaMu K JOCTOMHOW W KadeCTBEHHOWN JXMU3HMU 4eJOBeKa,
YAOBJIETBOPEHMNIO €ro MNOTPeOHOCTell W peajlus3aliun ero 4eJOBeYeCKOTO
MOTEeHLIMaa.

B mocnemHme romel BCe waile BCTpedaeTcsl IOHATME «penkue (opdaHHEBIe)
3a601eBaHNA». JTO CBUAETEIBCTBYET O BO3POCIIeM UHTEepece K 3TOM TeMe, KakK co
CTOPOHBI OPIaHOB BJIACTM, TAaK M CO CTOPOHBI I'Pa)KIAHCKOTO OOIeCcTBa, B IIEPBYIO
ouyepellb HEKOMMEPYeCKMX W MaLUWeHTCKUX opraHmsauuin. Kaxmgeim BTOpon
POCCUICKUIT MHTEPHEeT-II0JIb30BaTelb, MO JaHHBIM ucciaenoBaHmss bO «HyskHa
nomomby B 2017 romy, ObUI 3HAaKOM C IIOHSATMEM «pedkune (opdaHHBIE)
3a6071€eBaHUA», M3 HUX 4% JUYHO 3HaJM 4YejoBeKa, WMEIOLEro IoJobHoe
3abonmeBaHme’.

Pepgxune Ho3zonmornueckme GpopMsel’ 3aHUMAIOT 0CO60e MeCTO CpeJi1 BCeBO3MOKHBIX
3a007IeBaHUIA, 4YacTOTa BCTPEYaeMOCTU KOTOPBIX Cpeau IMOMYJsLUN SIBISIETCS
HeBBICOKOWM IO CPaBHEHMIO C APYyrMMu 3adoseBaHMAMNU. COTJIAaCHO POCCUICKOMY
3aKOHOJATeNbCTBY, PaCIpPOCTPAaHEHHOCTh peakoro (opdaHHOro)® 3a6oseBaHUS
IOJKHA COCTAaBJISITh He 60iiee 10 ciryuaeB 3a6osieBaHns Ha 100 ThIcsiy HaceaeHUs.*
3apyOeskHBII1 OIBIT yKa3blBaeT Ha pasanuusi B [IOHMMAaHUU «PeSKOCTUY
3a60JyIeBaHMS: TakK, B eBPOIIeVICKUX CTpaHax 3TOT IToKa3aTesb cocTasisieT 50 ciyyaes
Ha 100 Teic., B CIIA — 60 cirygaes’.

! Oruer «OcBeoMIEHHOCTB HaceeHMsT Poccum o penxmx 3aboseBanmsax». URL:
https://tochno.st/materials/osvedomlennost-naseleniya-rossii-o-redkikh-zabolevaniyakh

2 «Hosonmornueckas popmas — ornpegeseHHas 60j1e3Hb, KOTOPYIO BBILEJISIIOT B KaYecTBe
CaMOCTOSITEeIbBHON Ha OCHOBE YCTAHOBJIEHHBIX IIPUYNH, MEXaHNU3MOB Pa3BUTUS 1 XapaKTePHBIX
KJIIMHUKO-aHATOMNYECKUX MPOSIBIIEHN, OTPasKaloIINX IIPEUMyLeCTBEHHOe ITOPasKeHNe TeX NI
MHBIX OPraHoB 1 cucTem opranmama. URL: https://rus-medical.slovaronline.com/19930-
%D0%9D% D0%BE% D0% B7% DO0% BES% D0% BB% D0% BE% D0% B3% D0% B8% D1 %8F

3 [IpOMUCXOANUT OT aHIJL. «<orphans — cupora, o3TOMy 3a4acTyI0, KpOMe peakux u opdaHHbIX, UX
TaKoKe Ha3bIBAIOT «CUPOTCKUMMY 60JIe3HSIMMN. Jlasiee B TeKCTe TePMUHBI «pefikues 1 «opdaHHbIes
6yIyT UCTIOJIb30BATHCS] KAK CUHOHWUMBI.

* PemepanpHbIii 3aKOH OT 21 HOs16Pst 2011 1. N© 323-P3 «O6 0cHOBaxX OXPaHBI 3,0POBbs IPAXKGAH B
Poccuiickoit ®egepaummy». URL: https://minzdrav.gov.ru/documents/7025

> BacuipeBa T.I1., 3unuyenxo P.A., Komapos M.A., Kpacuisuuxosa E.1O., Anexcangposa O.10.,
Konogasnos O.E., Kynes C.V. PacmpocTpaHeHHOCTD 1 BONTPOCH IMaTHOCTUKN PeaKux (0pdaHHBIX)
3abosieBaHMI cpenn ferTckoro HacemeHust Poccurickon ®egepaunn // Tlegunarpus. 2020. Ne99 (4). C.
229-237.



https://tochno.st/materials/osvedomlennost-naseleniya-rossii-o-redkikh-zabolevaniyakh
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https://minzdrav.gov.ru/documents/7025

Bcero B Mwupe HacuurpiBaeTcsi ©Oojsee 300 MWIIMOHOB JIIOEN C pPeaKuMu
3a6oseBaHMsAMM (Topsigka 6-8% MupoBOro HacejgeHwus), ¢ mnopsgka 8000
opdaHHBIMU 3a60IeBaHMUSIMM, HO UX TOYHOE YNCIIO OCTAETCSI HEM3BECTHBIMC.

OcTpoTy 1mpo6yeMsl B (He)IIOTydeHNM ITOMOLN JTIIOABMU C PeIKMMU 3a00IeBaHUSIMN
MIPU3HaAN Ha MEeXIYHapogHOM ypoBHe: B 2019 rogy crpaHsl — uwieHsl OOH
npuHsn «ITormTnyeckylo gexaapanmio 3acegaHns BBICOKOTO YPOBHS 110 BOIIPOCY O
BCeOOIlleM OXBaTe YCIyraMu 374paBOOXpaHeHUs»’, rae ObUIo 3adpUKCUPOBAHO
CTpeMJIeHNe aKTUBU3NPOBATD YCUINS IO 60pb6e € pefKUMU 3a601eBaHUSIMU (ITYHKT
34)s.

BmecTe ¢ Tem gJocTym MHMalUMeHTOB C peAKUMM 3a00JIeBaHMUSIMU K CUCTeMe
30 paBOOXpaHeHMs He Bcerjia rapaHTUpyeT CBOeBPeMeHHYIO IIOCTaHOBKY JjMarHosa
(«oTcpouka IMoCTaHOBKU ANAarHo3as He peKOCTb) 1 HayaJlo iedeHNsI, YTO YKa3bIBaeT
Ha OCHOBHBIe «OOJIeBble TOYKM», C KOTODBIMM CTAJIKUBAIOTCSA OTU JIIOANU:
npoduiakTuka, HAWUAarHOCTUKA, JledeHMe W  JOCTYMHOCTb JIeKapCTBEHHBIX
IpenapaToB.

HeB0O3MOXXHO pemInTh 3TN NpobieMbl 6e3 OTBeTa Ha IJIaBHble BOTIPOCHI: 1) CKOJIBKO
BCero JIIOJleN C peKUMU 3a00JIeBaHUAMN HYKIAIOTCS B IIOMOILN, 2) I/ie OHU )KUBYT
(xak pacripezeneHsl 1o cyobexTaM PO) 1 3) ¢ KaKMMM TPYAHOCTSIMM CTAJIKUBAIOTCS B
Npoliecce MoJy4eHns IOMOIIY, JOCTYIA K Hel.

Jlasee B TekcTe NMpenINpyUHUMAETCsl IIONBITKA OTBETUTb UMEHHO Ha 3TWU BOIIPOCHI,
ONMpasiCh Ha UMeIOIMeCs CTaTUCTUYEeCKUEe JaHHble M TaHHbIe U3 Pa3HbIX OTKPBITBIX
MCTOYHMKOB, HAy4yHYIO JINTEPaTypy W DBKCIepPTHble MHEHMUs IIpencTaBuTeseln
nauneHTckmux opranmsaunii 1 HKO, paborarommnx B cdepe momMoum JIOLSIM C
pelxuMmn 3a601eBaHUSIMMN.

¢ Tam sxe.

TURL: https://www.un.org/ru/documents/decl conv/decl2010.shtml

8 Ml He HauUIM MHGOPMALINIO O TOM, KaknuM o6pasom Poccust (kak crpaHa —uieH OOH) mtanupyer
peann3oBhIBATh 3TOT IYHKT IPMMEHUTEJIBHO K cpepe rocyAapcTBEeHHON COLMaNIbHON ITOJIUTUKN;
KaKue Mepbl OyIyT NpeJIIPUHSTHI.
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POCCUMCKUM KOHTEKCT

[To gannbiM Muu3gpasa PO ot 23 nions 2021 rofa, repeyeHb peikmnx 3a60IeBaHUMN
BKIO4YaeT 266 6ome3Helt (M3 HuX — 92 Ho30g0TMYecKne ¢dopmsel, 173 —
HO30JIOTMYECKUX IpynIbl u 1 — cocTrossiHme)®. OTMeTUM, YTO 3TOT IlepedyeHb HOCUT
MHPOPMAaLMOHHBIN XapaKTep M He [IPeJoCTaBIIsIeT OCOOBIX YCIOBUI C TOUKM 3PeHUs
OKa3aHWsA MEeIUUVHCKON MOMOIIM MaljMeHTaM C «OOoJIe3HSIMWU-CUpoTaMuy (Kpome
BKJIIOYEHHBIX B IBe Jpyriue IpOorpaMMBbl, KOTOPble OyIYT YKa3aHbl HUXe).

Pucynox 1. KosmmuecTBo pepgxnx (opdpaHHBIX) 601€3HeN

<

266 «rmpu3HaHo» B Poccun (Munsgpas PO)

<

14/17 BryIIOYEHBI B PErUCTPEL

ITpaButenbcTBO PO

OtrpenbHasg 1npob6iema —  HENpPeACTaBJIeHHOCTb  OGOJBLIMHCTBA  PefgKUX
Ho3osiorndecknx dopm B MexxnyHapogHOM kKi1accndmkanmum 6oesHent (natee MKB-
10), Ha KoTOpyIO onmpaeTcs B cBoen pabore Muusznpas PO, yro Bieyer 3a cobon
TPYLHOCTU Pa3IUYHOIO poja. Bo-mepBriX, 3TO 3aTpPyLHSIET MapLIPyTU3ALIUIO
pelKOTro IallMeHTa W3-3a OTCYTCTBUSA YCTAHOBJIEHHBIX W YTBEP>KIEeHHBIX
MwuH3IpaBOM peKOMeHZaluii 1 aJrOPUTMOB IO OKa3aHMIo nmomoinn. Bo-BTophIX,
IIPOUCXOOUT paclpeneieHne peakmnx 6osesHen mo Bcert MKB-10 (mis HuUx Her
OTHEeBbHOTO paszesa u/uian Mapkepa), TO eCTh YCTAaHOBIEHHBIN JUarHO3, COTJIACHO
xkinaccudmkaunm MKB-10, He Bcerga cooTBeTCTBYeT OpdaHHON HO30JIOTMYECKON
dopme (saBnsIeTCS JIOKHBIM, HaIllpuUMep, TaKoe BCTpedaeTcs IIpu anbda-
MaHHO3UA03e).

BaskHOe cireicTBMe 3TUX IIPOGIeM AJIs MaleHTa 3aKI0YaeTcsl B TOM, YTO TaKTUKa
BeZeHWs 1 JIedeHUs OyieT 3aBUCeTh TOJIbKO OT Bpada, K KOTOPOMY OH IIOIafeT, ero
OMBITa, KOMIIETEHLNUN N OpdaHHOM HACTOPO3KeHHOCTU. [Tpn aToM 54 % poccumckmx

° [lepeyeHs MeprOANYECKM OGHOBIIsIETCS U pacumnpsiercs. OduumanpHbi cant Munsgpasa PO.
URL: https://minzdrav.gov.ru/documents/9641-perechen-redkih-orfannvh-zabolevaniy



https://minzdrav.gov.ru/documents/9641-perechen-redkih-orfannyh-zabolevaniy

opdaHHBIX [TAaLlMEHTOB OTMETWIN, YTO IIPOBEJIN B OKWAAaHUN [TIOCTAHOBKM jMarHo3a
rof n 6osee (M 6OABIIMHCTBO YKa3aJ0 HAa HU3KUI yPOBEHb MHPOPMMUPOBAHHOCTU
Bpayeil Kak IPUYMNHY AJIUTeIbHON TOCTaHOBKM AMarHosa)'o.

B yacTHOCTM, [nns NOBBIIEHUS OpQPaHHOW HACTOPOKEHHOCTU Bpayen, ux
OCBEJJOMJIECHHOCTM O PpefKux OOJe3HsAX ObUI CO3[aH MeXAYHapOAHBIN
nHpopmaumoHHeln nopran  Orphanet, Ha KOTOpOM NyOIMKYIOTCS U
CUCTEeMAaTU3UPYIOTCS JaHHBIe O pegkux 3aboseBaHMAX (KIMHUYECKne WU
snuzemmnosorndeckne gaHHele). C 2020 roga pa3pabaTeiBaeTCsl POCCUICKAs YacThb
rnoprana, IfAe <IOABUTCS wuHpopMmauusi, rae B Poccum MOXKHO TOIYYUTH
KOHCYJIBTALIMIO DKCIIEPTOB, MOMOLIb IO AMATHOCTMKE W JiedeHuio». Ee 3amyck
IyIaHupyeTcs B KoHLe 2021 ropalt.

HecmoTps Ha To, uTo MKDB-10 B ckopom BpeMeHM 6yieT epecMOTPEeHa, eKeTOgHO
ONWUCBHIBAIOT HOBBIe pefKkue ©60jIe3HN, IIO3TOMY HEU36eXHO Bcerga OyayT
IIPUCYTCTBOBATh pelxue 6ose3nn 6e3 koga MKB-10. B cB431 ¢ yeM 3KCIepTHl B
KayecTBe pellleHus IMpoOjeMbl KiaacCMPUUMPOBAaHUS pegKuX 3a00jIeBaHUN
IpeAjaraloT cleAylouiee:

«Heobxoamnmo co3naBaTh He mepeyHy 60/Ie3HeN, a IepeyHM JIeKapCTBeHHBIX
npenaparoB M IMPOAYKTOB JIe4e6HOIO MUTaHUsA, KOTOPhIe OIJIaYNBAIOTCS 34
cYeT cpencTB rocygapcrBas (3axapoBa ExarepmHa, 4.M.H, 3aBexgyrooujas
Jaboparopuerl HaclAeLCTBeHHbIX 6o0/e3Heri ob6bmeHa BemecTs OIFHY
«MTI'HIL]») 12,

BaskHO OTMeTUTb, 4TO AaHHas MHULMATUBA YIAYYIINT Ka4eCTBO >KM3HWU PefKOTro
nalueHTa TOJBKO B TOM Ciydae, ecIn IOJOOHBle IIepeYHM JIeKapCTBeHHBIX
IperapaToB " IPOAYKTOB Je4yeOGHOrO NWUTaHWsl OYAYT BKIOYATH II03ULIUN,
PeKOMeHJOBaHHbIe CITel[MaaInCcTaMM AJIsl KOHKPEeTHBIX 3a60JIeBaHNM, a TaKKe OyayT
YYUTBIBATD MOSIBJIeHMWE HOBBIX, COBPEMEHHBIX MeTOAOB JIeYeHUs, T.e. PEeryIsIpHO
repecMaTpuUBaThCS.

O6o3HayeHHble TIPOGIEMBl OTPa’KAIOTCS M Ha €IVMHOM CTaTUCTUYECKOM ydeTe
«pefKMX» TMaLMeHTOB (YTO Ba)KHO C TOYKM 3peHus (POpMUPOBAHUS MTPOTPAMM

10 Pe3yanaT MMauneHTCKOr'o OoIIpoca: «Cucrema opraHmn3anmnmn 34paBoOOXPaHEHNS IJIa3aMU «PEOKNX»

naumneHToB — 2020». URL: https://npjtoday.com/partners/pharmprobeg/okolo-70-redkih-
bolnyh-ne-obespecheny-lekarstvami-ili-poluchayut-ih-s-pereboyami/

ILRARUS. N218. 2020. C. 105. URL: http://journal.rare-diseases.ru/; http://www.orpha.net/
national/RU-RU

12 3axaposa E. Jloknaz « Pemxne Gore3HM BHe TIepeyHeri M CiimcKoBs Ha 11 Bcepoccuiickom
opdannom popymes. URL: https://vspru.ru/kongress/biblioteka-kongressa/ii-vserossiyskiy-
forum-orfannykh-zabolevaniy



https://npjtoday.com/partners/pharmprobeg/okolo-70-redkih-bolnyh-ne-obespecheny-lekarstvami-ili-poluchayut-ih-s-pereboyami/
https://npjtoday.com/partners/pharmprobeg/okolo-70-redkih-bolnyh-ne-obespecheny-lekarstvami-ili-poluchayut-ih-s-pereboyami/
https://npjtoday.com/partners/pharmprobeg/okolo-70-redkih-bolnyh-ne-obespecheny-lekarstvami-ili-poluchayut-ih-s-pereboyami/
http://journal.rare-diseases.ru/
http://www.orpha.net/
http://www.orpha.net/
https://vspru.ru/kongress/biblioteka-kongressa/ii-vserossiyskiy-forum-orfannykh-zabolevaniy
https://vspru.ru/kongress/biblioteka-kongressa/ii-vserossiyskiy-forum-orfannykh-zabolevaniy

TTOMOIIIN,

UX IIJIAHWPOBAHUA):

HaInpumMmep,

HEBO3MOXXHO W3MepUTh OOLIyI0

YNCJIIEHHOCTD IMallMeHTOB C PeaIKNMN HO30JIOTNYECKMMU cbopmamm, CMEPTHOCTD "1

OVUHaMUKy IIpOYMX BaKHBIX IIOKa3aTeseil B cepe 3HOPOBBS U IIPefoCTaBIeHUs

MeIUIIMHCKON MTOMOIIIY TaKUM MAlleHTaM.

Ta6mmua 1. CpaBHeHMne TiepeyHen pegkux (OpdaHHBIX) 60Ie3HeNn

Ho3oJto0r. OTpenbHOE ITepecmoTp Hammyue BHeceHnmne
dopmsr / dnHancnMpoBaHme | mepeuyHs craryca JaHHBIX B
IpYNIIBL™ «MHBAINUI» | perucrp
ISt
6ecruar.
JIO
[Tepeyensb 266 HeT Ja Ob6szarens | He
penKux (MunsgpaBo | HO B psife peryiaMeHTH
3a60JIeBaHUMN M PO), crygaeB®™ | poBaHO
MuH3gpaBa pacumpeHune | * (perncrpa
PP HeT)
Penxue 17 Ila, 3a cyeT cpencTs | Ja O6ssarens | PermameHTn
JKU3HEYTPO3K 6rogskera cyorekra | (ITpaBurenbc | HO B psgze pOBaHoO, HO
aroumue Pd TBOM PO), cryyaeB™™ | BHeceHMe Ha
3a60J1eBaHMUs cykeHMe ns- | ** YCMOTpeHUN
3a Jleqauiero
denepanmsar, Bpaua
mn JIO o
psifa pegKux
3a6o1eBaHUM
B3H 14 Ia, 3a cyeT cpencTts | Ja Heo6s3aTe | Pernmamentn
denmepanpHOTO (TTpaBuTenbc | 1bHO pOBaHO, HO
Gromkera (HO TBOM PD), BHecCeHMe Ha
TOJIBKO JJIsT paciumpeHune YCMOTpPeHUN
JIeKapCTBEHHBIX Jleqauiero
IpernapaTros B Bpaua
repeyHe,
PeKOMeHLOBaHHOM
IJIsI IeYeHUSI 3TUX
HO3OJIOTUI) * ¥ ***

*Ha 01.08.2021r.
** Il Bcex HO30JI0TMYeCKUX pOpM U IPYIIII, KPOMe BKIIOYEHHBIX B IIPOTPaMMEI PEKUX

JKM3HeyTrposKarouux 3aboreBaHnii n 14 B3H.

*** Eciv pegKwvl MayueHT (pernoHaIbHbIV IBTOTHUK) ITOTy4aeT 3aperncTpUpOBaHHYIO B

Poccun Tepanmro.




***%* [Ipu accoymnmnpOBaHHBIX (pOpMax JerOYHO¥ apTepUalIbHOV TUIIEPTEH3UN
yCTaHOBJIeHNEe UHBAIUIHOCTY SBISETCS 0653aTe/IbHBIM YCIOBUEeM Havdala IeYeHUs ",
#E®E* IS MagMeHTOB C MyKOBUCLIMEO30M, COIJIaCHO rporpamme B3H, nonaraercs
npenapar «JJopHa3za airbga», KOTOPEIN He SIBJIAeTCS CAMOLOCTATOYHBIM JJIs JIedeHUs
JTaHHOTO 3a601eBaHNs. Bce ocTanpHbIe HeO6XOgMMBle JIeKapCTBEHHEBIE ITPeIIapaTsl TU
MaIueHTs! JOJDKHBI ITIOJIYYATh Yepe3 CUCTeMY PeTMOHATIBHEIX JIBIOT, Ie HaJu4due CTATYCa
«MHBAJIUT» SBISETCS 06513aTeIbHBIM YCIOBUEM.

Ha mHacrosmmnm momeHT B Poccum cymecTByloT gBa  OPULMAIBHBIX
TOCYAAapCTBEHHBIX IIepeyHs], PerjaMeHTUPYIOUUX y4eT MalUeHTOB C PeaKUMU
3a001eBaHUSIMMN.

1) IlepeueH®d >KM3HEYIPOXKAIMNX U XPOHNYECKUX ITPOTPECCUPYIOIIUX PEIKUX
(opdaHHBIX) 3ab0y1eBaHUN, MIPUBOASILNX K COKpalleHUIO
NIPOJOJDKUTENIBPHOCTIU JXKM3HU TPOKIAH WIN WX WHBAIWIHOCTW, KOTOPBIN
BKoyaer 17 Ho3omormueckux d¢opm / rpymnmn (gamee — penKue
JKU3HeyrpoyKkarlne 3abojyeBaHms) .

2) Tlepedensb 14 BrICOKO3aTPaTHBIX HO30JI0TUNIA (gasee — 14 B3H)Y.

Ilo pamnpiMm Ha 01.01.2020 r., B mnporpaMme pegKmMX >KU3HEYIPOKAIOLWINX
3a60s1eBaHNI YUCANIOCEH 14 840 ues., B mporpamme 14 B3H — 21 594 yesn.'® Boiee
TBICSTYM TAKMX MALlMEHTOB IIPOKUBAJIO B 11ecTn cyobekTax PP: Mockse (3797 uein.),
Caukr-Ilerepbypre (2170 uen.), KpacHopmapckom Kpae (1407 uen.), Pecrybnmke
Tarapcran (1274 uen.), CBepaioBckom o6mactu (1193 ves.) n Ilepmckom kpae (1122
yes.). MeHee 50 «peiKux» MallMeHTOB OBLIN y4TeHbl B MaramaHCKOW 006acTh,
Henenikom aBTOHOMHOM OKpyre, Pecny6onuke Anrai, Pecriy6nmke KanMmbikus m
YyKOTCKOM aBTOHOMHOM OKpyTe'’.

13 Pegxue 3a6omeBanns. N9, C. 19. URL: https://spiporz.ru/raremagazine/project/redkij-zhurnal-
9/

!4 TTocranosnenne Ilpasurenscrea PO ot 26.04.2012 N 403. URL:
https://normativ.kontur.ru/document?moduleld=1&documentId=325448

5 TTocranosnenne Ilpasurenscrsa PO or 26 Host6pst 2018 . N 1416

«O nopsgKe opraHnsanmnm obecrieyeHns JeKapcTBeHHBIMN ITperapaTamMu Jini, 60JIbHbIX
remoduimen, MyKOBUCLIUO030M, TMIIOPU3aPHBIM HAHN3MOM, 60s1e3HbI0 ['olre, 3710KauyecTBeHHBIMN
HOBOOOpa30BaHUAMM IMMPONIHON, KPOBETBOPHON M POJICTBEHHBIX MM TKaHeN, pacCesTHHBIM
CKJIEPO30M, T€MOJIUTUKO-yYPEeMNYECKNM CUHIPOMOM, IOHOLIECKUM apPTPUTOM C CUCTEMHBIM
HavasioM, MyKonosuncaxapuzosom I, IT v VI Tunos, arracTnyeckon aHeMnen HeyTOYHEeHHOW,

HacyenCcTBeHHBIM febuumnrom pakropos 11 (pubpunorena), VII (raéunpHoro), X (Crioapra —
[Tpayspa), mu1L ocie TPaHCIUIAHTALIMM OPTaHOB U (MIN) TKaHeW, a TAKKe O IPU3HaHUN
YTPaTUBIIMMN CWJIY HEKOTOPBIX akTOB IIpaBuTenbcTBa Poccuiickon @emepannns. URL:
https://base.garant.ru/72113444/

16 ExkerofjHbIV1 610JIJIeTEHD SKCIIEPTHOTO COBeTa 1o pegknm (opdanHbIM) 3a6oreBanmsam. URL:
http://komitet2-2.km.duma.gov.ru/Ekspertnye-Sovety/RAbota/Orfany/item/19232971/

17 Nanusble o BceM cy6pekTaMm PP, npepocTaBMBIINM JaHHbIe, JOCTYIIHBI B pasgeie «OpdaHHbIe
3a6osieBaHMs» Ha caiiTe npoekTa « Ecim 651Th TounbiM». URL: https://tochno.st/
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OngHako cyMMapHBIM ITOKa3aTeJgb B 36 THIC. «pPeKMX» OOJIbHBIX SIBHO 3aHWXKEH.
DKCIlepTHast OlleHKa YMCIeHHOCTU peJK1X MalneHToB B Poccun pasHuTcs: or 2 1o 7
MJIH 4eJIoBeK'®.

OJAHHBIE TOCYIAPCTBEHHOTO VYETA

Kak 6p110 MOKa3aHO paHee, Ha YPOBHe IOCYyJapCcTBa y4eT OppaHHBIX MallMeHTOB
IIPOUCXOAUT B PaMKaX JBYX PerMcTPOB, HaXOAAIIUXCS B BefeHUn Munsnpasa PO:
PErUCTp pelJKMX >KU3HEeYIrpoXalolux 3a60jieBaHMI, Ha HACTOSLIUII MOMEHT
BKIOUaomMii 17 Ho3o0m0TMYecKUX (GOPM/TPYII, M PErMcTp BBICOKO3ATPATHBIX
Ho3osoruni (14 Ho3omornyeckux dopm/rpymm). Perncrp, KOTOPBI OXBATHIBAI GBI
BCe 266 Ho30m0TN4Yeckmnx GopM, MpM3HaHHBIX MMH3IPaBOM, He BeL,eTCs.

ITpn 3TOM Jake CyLIeCTBYIOWNI CTATUCTUYECKUI YUeT UMeeT psifi OCO6eHHOCTeN,
He ITO3BOJIAIOUINX PaCCMATPUBATD €r'o KaK pesIeBAHTHBIN UCTOYHUK IJ1 TOHUMaHUs
CJIOKMBIIENCS CUTyaluu ¢ opdaHHbBIMM NauueHTamm B Poccun. Ilepeunciaum
OCHOBHBIE OTPaHUYEeHUs y4eTa HUXKe:

1. ITpo6aema mocTyIa K JaHHBIM B 11eJI0M. JlenepcoHann3MpoBaHHbIe JaHHbIe U3
permcrpa CUCTeMaTU3UPOBAHHO He MNYOJIMKYIOTCS B OTKPBITOM JOCTyIle Ha
pecypcax, BBIKJIaJbIBalOIINX OTAeJbHbIe IoKasaTeaun roccratncTuku (Poccrar®,
EMUCC®). OrmeTnm™m, YTO B OOOMUX WUCTOYHUKAX e€CTh NPOPUIbHBIE pa3fesl,
MOCBsIlEHHble 370pOBbI0 HacesneHus. HemocpenacTBeHHO Ha canTe MwuH3gpasa
TaHHBbIe TaKKe He ITyOInKyoTCcsI.

ITpn 3TOM BaHHBIe He IIPeJOCTaBIISAIOTCS U IT0 3arrpocy. Ha Haw 3anpoc 6611 1TosTyyeH
oTBeT ¢ $OPMYIMPOBKON O TOM, YTO «IIPefOCTaBJIeHe YKa3aHHOM MHPOpMaLIUK1 He
IIpelyCMOTPeHO» (IIpM 3TOM B TeKCTe OTBeTa OblIa yKa3aHa YWUCIEHHOCTH
NalMeHToB ¢ opdaHHBIMM gUarHo3amiu, HO TOJBKO Ha HACTOSIMII MOMEHT W IIO
Poccun B 1jesiom, XOTs JaHHbIe ObUIM 3allpolleHBl B AMHAMMKe II0 rojaM WU IO
pernonam)?,

2. Ilpo6iema mocTyIa K JaHHBIM Ha YPOBHe cyobeKToB PD. BaxkHO oTMeTUTD, 4TO
ecln OTHesbHble AaHHble MO Poccum (Hampumep, O YUCJIEHHOCTU OpQaHHBIX
MALMeHTOB) MOKHO HAWTW B BBICTYIUIEHWUSX, MPe3eHTauusIX W/Win IIyGIUIHBIX

18 RARUS. N218. 2020. C. 3. URL: http://journal.rare-diseases.ru/

9 URL: https://rosstat.gov.ru/

20 URL: https://www.fedstat.ru

21 URL: https://minzdrav.gov.ru/ministry/61/22/stranitsa-979/statisticheskie-i-informatsionnye-
materialy/statisticheskie-materialy

2 URL: https://static.tochno.st/files/static/tochno.st orphan Zaprosy-i-otvety 2021.pdf
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KOMMEHTapusax IpeacTaBuTenein MwuH3gpaBa, TO C HAaHHBIMM IO permoHam
CUTyaLus OKa3blBaeTCs ellle 60j1ee CIO0KHOMN.

Ha HacTOsSmMIN MOMEHT egUHCTBEHHBIN MCTOYHUK JaHHBIX, NPefCcTaBJIeHHbBIN B
paspese 1o pernoHam PO (He BceM), — 3TO eXXerOAHEBIN OIOJIIeTeHb, ITyOIUKyeMbIl
KomuTreToM ['ocymapcTBeHHOWN AYyMBI IO OXpaHe 340poBbs. [Ipn aToM 6o0sblIas
4acTh JAHHBIX MIOJy4eHa B pe3ysbTaTe OeNyTaTCKOTO 3alpoca IJlaBaM CyObeKTOB,
IIpeJiIIoJIaralollero 3arnoJHeHne CTaHgapTU30BaHHBIX Tabmml, (T.e. 3TO He dpopma
CTAaTUCTUYECKOTO HaOII0feHUs WIN aBTOMAaTM3UpPOBaHHas cucTema ydera). B
pe3ysibTaTe 4Yero: a) 4YacTh IIOJNYYEHHBIX JaHHBIX IO HEKOTOPBIM pervoHam
BBIOpAKOBBIBaeTCsI; ©6) He BCe PEIrMOHBl IIPefOCTAaBJIAIOT  3alpPOLIEHHYIO
MHGOPMALNIO [TOJTHOCTDIO, YTO He MTO3BOJISIET TPOBECTU ITOJTHOLIEHHBIN aHAINS 110
cyobexktam PO; B) m060e pyyHOe 3allolHEeHWe NAaHHBIX HEeM30eXXHO IIPUBOAUT K
ommnbKaM, KOTOPBIE Ha 3Talle aHaIn3a IPaKTUYeCKN HEBO3MOKHO KOHTPOJINPOBATb;
I') JaHHble OOHOBJISIIOTCS TOJIBKO Pa3 B I'Of,.

3. Hab6op durkcupyempix mnoxasareneid. OfHAKO, BO3MOXHO, OCHOBHOE
orpaHMyeHne cobMpaeMon CTATUCTUKNA CBSI3aHO He C Mpo6aeMOoVt ZocTymna n/mimm
KayecTBa COOMpaeMBbIX OAHHBIX, a C TeM, YTO y4eT He (PUKCUPYeT BaKHbIe
rokasaTesan Ipoliecca JiedeHMs: OpdaHHBIX MalMeHTOB, B  YacTHOCTU
3pPeKTUBHOCTEL TPOBOAMMOMN Tepanmnmn?,

4. Ilpo6aema peleBaAaHTHOCTWU JaHHBIX. BHeceHMe JaHHBIX B PeIUCTPHI ABIISCTCS
IOIOJIHUTEJIbHOW Harpy3KoW IJIs jleyallero Bpaua, T.e. BelleHWe M OOHOBJIEHUe
permcTpa He MPONUCAHO B €Tr0 AOKHOCTHBIX ITOJTHOMOYMSIX, a CIe0BaTeJIbHO, He
ortaunBaercd. OTpa)keHMe BaKHBIX IIOKa3aTejlel, CBS3aHHBIX, HalpuMep, C
JIeTAIPHOCTDIO MALIMeHTOB, He BCerja peJjIeBaHTHO HaCTOAIeMYy MOMEHTY
(opdaHHBIN MALIMEHT MOXXeT yMepeThb, HO YNCINUTBCS B PeecTpe KakK «>KUBOW» L0 TOTO
MOMEHTAa, MOKa y Bpaya BBICBOOOJAUTCS BpeMsl, YTOO6Bl OOGHOBUTDh MHPOPMALUIO B
permcrpe w/wiaM PperMoH IMOJYYMUT 3alpoc OT NpoduabHOro demepasbHOTO

yYpeRGEeHM).

3aberass Bmepe], OTMeTMM, YTO IOAOGHOe OrpaHU4YeHWe CBOWCTBEHHO U
MalMeHTCKUM KIMHUYECKMM PerucTpaM, TepsIoLIUM aKTYaJbHOCTh MMEIINXCS
IlaHHBIX U3-32 OIPAHMYEHHOCTN PeCyPCOB KacaTeJbHO X 3aII0JTHEHMS U IPOBEPKU.

2 3axaposa E. [Joxnaz «Bimkariime e pcrieKTUBbI IIOSBIEHNS IIPOPBIBHON JIeKapCTBEHHOM
Tepanmn. Heo6xoammMocTh pa3paboTKy Mep I IPOTHO3UPOBAaHMS U IJIaHNPoBaHus. Ha 11
Bcepoccuiickom opbannom popymes. URL: https://vspru.ru/kongress/biblioteka-kongressa/ii-
vserossiyskiy-forum-orfannykh-zabolevaniy
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«BegeHne perncrpa — TpyzoeMmKas 3azada, MBI OYeHb O6J1arojapHbl
JOKTOpaMm, KOTOpble paboTaroT ¢ perucrpom. Ilo Hamemy periaMeHTYy
O6GHOBJIEHME JaHHBIX IIPOBOAWUTCSA pa3 B Iof, mHorga dame. Ilo Tperwn
PEerMoHOB Hallel CTPaHbl Mbl a6COJIOTHO yBepeHbl B TOM, 4YTO JaHHBIEe
perncrpa akTyaJbHbl M He OTCTAIOT OT XU3HWU. B To >xe BpeMms mo vactm
PETVMOHOB y HAac HET YBEPEeHHOCTW B ITOJIHOM OXBaTe BCeX NaIjMeHTOB U
Ha/IMyus TOYHBIX JAHHBIX O CTaTyce 1 jedeHnn nanneHTas (HagquoHanpHas
acconmanms 3KCIIepToOB B 06/1aCTH ITePBUYHBIX UMMYHOLEPUINTOB)™.

[ToTeHUManbHAs ONACHOCTD HETIOCPECTBEHHO JJIsI PEAKOTO MaljMeHTa, CBsIi3aHHas
C y4eToM, — D5TO HeOOOCHOBAHHOE IIPUKM3HEHHOE WCKIIOYeHWe IalueHTa
(cBemeHMM O HEM) M3 PEerMOHATIBHEIX CeIMeHTOB delepasbHOTO PermcTpa, KoTopoe
MOJKeT GBITH OCYLECTBIEHO B PE3YJIbTATE YIYUIIeHUS COCTOSHUS U/ WIN PEMUCCUMN.
B cBsi3M ¢ 3TUM 3ByYUT HpenjiOsKeHMUe O «3aKpPeIUIeHWWU ITOKM3HEHHOrO CTaTyca
MMalUNeHTOB, CTpajamunx pegknmn (opdaHHBIMM) 3260€BaHMUSIMM, W 3alpeTa Ha
IIPUKMU3HEHHOEe WCKIIOYeHne CBeJeHMIl O HeM W3 PerMoHIBHOTO CerMeHTa
QPenepanpHOTO perncrpas®.

ITPOBJIEMA IUATHOCTUKHU

OTpenbHOTO BHMMAaHMSI 3aCIAy>KUBaeT INpobjeMa, CBsI3aHHas C TeHeTU4eCcKown
IMarHOCTUKON opdaHHBIX 3a601eBaHMil (OOJblIast 4acTh U3 KOTOPBIX — IMOpsKa
80% — renermyeckmn o6ycaoBieHa)¥. PaHee MBI yke OoTMevann, YTO OpdaHHEIe
3ab6oneBaHunsa pacnpegenensl 1o Bcen MKB-10 m MHoOrmMe m3 HMX BOBCe He
IIpeNCTaBIeHBl B ATON Kaaccudmkanmnm 6ose3Hen (He MMerT CO6CTBEHHOTO KOga).
B cB31 ¢ 3TMM MaLIMeHT HepeJKO IIPOXOAUT YepPe3 MHOXKeCTBO CIIeLINajJIuCTOB — OT
TeparieBTOB OO HeBpPoJIOroB (HeT eOuHOWM BpadebGHON Cllelunaan3anun,
CKOHLIEHTPUPOBAHHOW TOJBKO Ha OpPQaHHBIX 3a00jIeBaHUAX), Mpexne ueM
MOJIYYNTDh OKOHYATEJIbHBIN TNarHO3.

Ha pgaHHBII MOMEHT HEeBO3MOMKHO HaWTM eaMHBIN CIIMCOK BCeX MeIUKO-
reHeTU4YeCcKnX 1IeHTPOB B pa3pese cyobekToB PO, 3aHMMaOMMXCS AUarHOCTUKOWN,
NpOodPUIAKTUKON U JIeUeHVeM peIgKUX HacJIeACTBEeHHBIX 3a60eBaHUM. VI3BecTHO,

% LInTaTa U3 MHTePBbIO KOMaH#e oTgena uccrenosannii BO « HyxkHa momMo1s» 1o MOBOAY BeLeHns
«Perncrpa nameHTOB ¢ IepBUYHBIMU UMMYyHOAedUMTHBIMU cocTostHuamu (PTINJIC)». URL:
http://naepid-reg.ru/

5 Pepxumit )xypHai. N29. URL: https://spiporz.ru/raremagazine/project/redkij-zhurnal-9/

% 3axaposa E. Jloknag «Penxue 60e3HM BHe repeyHen 1 cnmckoBy Ha 11 Becepoceniickom opdpaHHOM
dopyme». URL: https://vspru.ru/kongress/biblioteka-kongressa/ii-vserossiyskiy-forum-
orfannykh-zabolevaniy
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4YTO MeANKO-TeHeTn4YeCcKoe KOHCYJIbTUPOBaHMe OCYIeCTBIAIOT B 83 cyobexkTax PO,
a IIpeHaTaIbHbI N HEOHATAJIbHBIN CKPUHUHT — B 76 cyobeKkTax” .

[TpoBemeHMe CKPMHMHIA HEOOXOAUMO MJIsI CBOEBPEMEHHOTO (JOKIMHUYECKOTO)
BBISIBJICHUSI 3260/1eBaHUI 1 PUCKOB, CBSI3aHHBIX CO 30,0POBbEM UeJIOBeKa, KOTOPhIe B
OaJbHEeNIIeM MOTYT MNMPUBECTW K MHBAJIWMAHOCTU (OTMeTUM, 4TO B Poccum Ha
01.01.2021 ropma 681110 3apernctTpupoBaHo 703 969 neTei ¢ MHBAIMAHOCTBIO M ITOYTU
11 M7H B3pOCITBIX)%, B Xy/jllIeM cirydae — IIpeskieBpeMeHHON CMepTH.

Hanbonee BakeH  paHHWI  CKPUHMHI  ajad  32007IeBaHUM,  UMeIOIUX
IaToreHeTUYeCcKoe jleyeHne (BO37eNCcTBIe Ha pa3BUTMe 1 TedeHne 3a601eBaHns),
KOTOPO€ B COBOKYITHOCTYU C CUMITTOMAaTU4YeCKMUM (BO3[EVCTBMUe Ha OlpeleleHHbIe
CUMIITOMBI) TMIOBBIIIAET INAHC HA YJAydlleHWe COCTOSIHWUSA MauueHTa / ero
BBI3TOpOBIeHMe. Cpein X yncjia — MbllleyHas AucTpodus JomeHHa.

Ilo pmanHpIM Poccrara, B 2020 romy Hoojasi HOBOPOXXAEHHBIX, OXBayeHHBIX
HEOHAaTaJbHbIM CKPMHUMHIOM OT OOIIero 4mcjia HOBOPOXAEHHBIX, COCTaBWIa B
uenoM 1o Poccun — 90,4%%°. Cpenn permOHOB, B KOTOPBIX OXBAT CKPUHMHTOM GBI
HauMeHbIIN (MeHee 70%): MaramaHckas o6iacTb, Pecnybnmka Jlarectan n
Ka6apanno-Bbankapckas Pecriy6amka.

Hwnzkuit nokasaTesnb oxBaTa — Ha ¢pOHe GONIBbIINHCTBA PeTMOHOB — GBI 1 B MOCKBe
(74%), HO 3TO OIpemensyiocb MUTPALIMOHHON OCOGEHHOCTBIO permoHa:
VHOTOPOZAHMNE PO’KeHMLBI ITOCjIe BBIIUCKN M3 POAMUIIBHOTO JOMa HaGIIOHAOTCS T10
dakTMUyecKOMy MecTy IpoxkuBaHus. Kpome TOro, B cTOnMIle pacTeT OIS
HOBOPO’KI@€HHBIX OT MaTepeil — IpaxkAaH APyInX rocygapcTs.

B 11 cy6wvexTax PO oH, HanpoTus, npepniman 100%, HO HanboIee 3aMeTHO — B
Pecniy6nmke CeBepHas Ocetnsa — AmaHus (112%).

BmecTe ¢ TeM Ha HaCTOSIMI1 MOMEHT BBICOKMI [TOKa3aTeIb OXBaTa CKpMHUHIOM He
IIO3BOJISIET MHTEPNPETUPOBATDh ero IMOJIOXUTEJIBHO (C TOYKW 3peHUs IOJTydeHUs
romMoun opdaHHBIM IAllMEHTOM, ero cembel)’l., BTo CBSI3aHO ¢ OrpaHUYeHHBIM

27 Kyues C. [Joknang «Mennko-reHerndeckas ciayx6a Poccurickoit Pegepaunns. Tam xe.

8 GenepanpHbiii peecTp nHBanmumos. URL: https://sfri.ru/

%9 Pasznen «CeMbst, MATEPUHCTBO U BeTCTBO» Ha canTe Poccrara. URL:
https://rosstat.gov.ru/folder/13807

3 Orser Ha 3anpoc BO «HyskHa momous» oT JlernapraMeHTa 35 paBOOXpaHeHMs TOpofa MOCKBBI OT
29.06.2021 r. URL: https://static.tochno.st/files/static/tochno.st orphan Zaprosy-i-

otvety 2021.pdf

31 OrpenpHOTO BHUMaHM 3aCTyKUBaeT COOP CTATUCTUKN B pernoHax. Tak, Mel 06paTuin
BHMMaHMe, 4To B 2019 rogy aToT nokasarens B Pecriybimke Anran coctaBui 245,1%, a 8 2020 —
yke 92%. MBI afpecoBaIn COOTBETCTBYIOLINI BOIIPOC B MUHUCTEPCTBO 3paBOOXPaHEHMS
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IlepeYyHeM CKPUHMPYeMBbIX 60Jie3Hel, KOTOPBIA BO Bcex cyobekTrax PP, Kpome
MoOCKBBI, BKIOYaeT IATh 3a60jieBaHUN: TeCTUPYIOT Ha (PeHUIKeTOHYpUIo,
rajakroseMmio (0b6a m3 IMepedyHs PeAKUX >KU3HEYIpoXKawIUMX 3ab0jeBaHUN),
MyKOBUCLMHo3 (n3 1nepeyHs 14 B3H), BpoxAeHHBII TIUIIOTUPEO3 U
aJpeHOTeHUTIPHBIN CUHAPOM. OfHAKO 3KCHEepThl YKa3blBalOT Ha TO, 4YTO
rapaHTVMPOBaHHBIN 3aKOHOAATEeJIbCTBOM CKPMHUMHT Ha NATH 3a60/IeBaHUN TPOXOAAT
He BCe JeTNn.

«He Bce pernoHbI MOT'yT 06eClieYnTh HOBOPOKIeHHBIM JaKe OTPaHUYeHHBIN
CKPMHMHI Ha IATH 3a60JIeBaHMI, TaK KaK IPOCTO MOTYT OTCYTCTBOBAaTh
Heob6xoxuMble peakTuBbl. IIpoBengyT CKpMHMHI Ha Tpu 3a60J1eBaHUA, 4 B
MenULMHCKOV KapTe 6yheT YKa3aHO, YTO CKPUHUHT IIPOVigeH, 1 MaMa 6yjgeT
yBepeHa, 4YTO e€ pebeHOK 06cIeqoBaH, Bce B mopsake» (Haranps MarBeesa,
BULje-TIPE3ULEHT Oé61mepoccurickou 06IIeCTBEHHO opraHu3anumn
«Bcepoccurickas accouyuasmus 41 60JIbHbIX MYKOBUCLIUTO30MY).

Tosnbko B IBYX cyobekTax PO nesaroT pacmmpeHHbIN CKPUHWHT Ha Hac/IeACTBeHHbIe
6one3sun: B MockBe (Ha 11 HacnefcTBeHHBIX 3ab6oneBaHMn)*? n B IIpumopckom
Kpae®’. BMecTe ¢ TeM MeXIYHAapOAHBIN OIBIT AJeMOHCTPUPYeT BapuabelbHOCTDb B
4ycie CKPUHUPYeMbIX 3a00JIeBaHWUI, Aa)ke Ha YPOBHE OTJeJIbHBIX TepPpPUTOPUN
BHYTPU OGHOI'O rocyapcTsa (Kak, HarpuMep, B CIIIA n Kanane)®.

M3-3a OTCYTCTBUS paclIMPeHHOTO HEOHATaJIbHOTO CKPUHMHTIA AUCTAHLUS MEXAY
MaHudecraumen 3ab0jleBaHMS W OKOHYATEJBHBIM [AUAarHo30M VIJIMHSAETCS.
PeszynpraTel mcciepmoBanmmn  EBpomenckon opraHm3aluMm  pefKux Oosie3Hen
MOKa3bIBalOT, UTO 25%% MaLMeHTOB C PeIKMMU 3a00/IeBAaHUSAMMN, He BKIIFOUeHHBIMU B
IIpOrpaMMy CKPUMHWMHIA, OXWUOAIW OUArHOCTUKY OT 5 po 30 jer, eme y 40%
IePBUYHEIN AMAarHO3 OKa3aJICs OIMNO0YHBIMY . JIpyrue ncciaenoBaHUs IOKa3bIBaIoT,

Pecniy6mmkn Anrant, HO B UTOTe IIOJTYYWIN APYyTMe 3HaYeHWs 110 peTnMoHy. To eCTh IIPOLIeHT OXBaTa
CKPMHWMHIOM OBUT pa3HBbIN, COTJIACHO JaHHBIM, paCCUNTBIBaeMbIM PoccTaToM, 1 BaHHBIM,
MMeIoUMMCcs B pernoHe (245,1% npotus 99,8% B 20191.). URL:
https://static.tochno.st/files/static/tochno.st orphan Zaprosy-i-otvety 2021.pdf

32 [Tpukas [lemaprameHTa 35paBooxpaHeHnst Mockssr N 935 ot 26.12.2017 r. URL:
http://base.garant.ru/49621558/

33 O mesTeIPHOCTN MEAUKO-TeHeTUYeCKMUX KOHCYIBTALIMIA M LIEHTPOB B cy6bekTax Poccurickon
Qenepaunn // Ananurnyuecknii BectHmk. 2020. N2 14 (757). URL:
http://council.gov.ru/activity/analytics/analytical bulletins/120882/

34 Tanpgyk A. 5., Bracos fI.B., 3axaposa E.}O. AkTyaspHble Tpo6IeMbl OKa3aHMsI MEAULIMHCKOM
MOMOIIM TalMeHTaM ¢ opdaHHbIMU 3a60eBaHusIMU B Poccuiickon Oepepanmnn // MeguumnHckas
reHermnka. 2020. N211. C. 13-20.

3 Bounosa B. 0., IlIxonsuukosa M. A., Harroesmunua H.B. Pecypcsl okasaHms MegULIMHCKOMT
oMol 60JIbHBIM C OpdaHHBIMM 3a60JI€BAHUSIMU B PA3IMYHBIX cTpaHax // «JlokTop.Py»
Kapgnonorms Tepanmus. 2018. N24 (148). C. 6-13.
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4YTO MYTh «PeJKOro» MaljMeHTa K IIpaBUJIbHOMY AMarHo3sy 3aHuUMaeT OT 5 7o 7 jeT
Iaske B CTPaHaX C pa3BUTONM CUCTEMON 34 PaBOOXPaHEeHUS .

CuTyanust co CKpMHUMHIOM HOBOPOXXAEHHBIX JeKJIapaTUBHO MEHSeTCs B JIYYIIYIO
cropony. Tak, B uioHe 2021 roga 6b1710 O6BSIBIIEHO O 3aITyCKe MMJIOTHOTO ITIPOEKTa 110
MacCOBOMY OOC/IeJOBaHMIO HOBOPOXXIOEHHBIX /Js BBIABIECHUS MAalMEHTOB CO
CIIMHAIBHOWM MbIeyHOM aTpoduenn (CMA) m nepBMYHBIMM MMMYHOAePULIUTAMN
(ITJ) Ha panHMx 3Tanax (cemyac 3Tu 3a60jeBaHUS He BXOAAT B IIPOTPAMMY
CKpuHMHra)’’. PaHee, Ha COBellaHMM O COBEPIIEHCTBOBAaHUM MeIULVMHCKOM
MIOMOIIN JeTsM IpeMbep-MMHUCTD PO M. MumycTmMH 3asBUI O pacUIMpeHUn
IepeyHs CKpMHUPYeMBIX 3a601eBaHUM ¢ 5 #0 36.

OrMmeTuM, 4TO B cdepe AMArHOCTUKU CYLIECTBYeT elle 6apbep: He MCKIIOYEeHBI
Cy4an HeIJIaCHOTO OTKa3a B IOCTAaHOBKe OpQPaHHOIO AMarHo3a B PerMOHaJIbHBIX
y4YpexXIeHUsIX 34paBOOXPaHeHUs] BO M3bexkaHne NOMOJHUTEeJIbHOro GUHAHCOBOTO
6peMeHN Ha PervoH.

«PernoH 3HaeT, 4TO, eCcjIu TaKoOV ITaLiMeHT BBISIBJIEH Ha eTrO TeppUTOPUN, OH
06513aH ero JieuuTb, O6O0Je3Hb eCTh B IIepeyHe, 3aperucTpupOBaHHOE
JIEKapCTBO CYyL]eCTBYeT, He OTBEePTHULIBCS. A eC/Iu ITaljneHTa HeT B peTrncTpe,
TO M Y peTMOHAa HeT 06513aTeJIbCTB 06eCIeYnTh ero JedeHneM. JJuarHocrmka
pasBUBAeTCsI TOJBKO TOIJA, KOLAa KTO-TO IOTOB O6GeCIIeYMBATDH JeYeHUe»
(AHacracwus TaTapHuKOBa, ripegcenareas npasiaeHns AHO «Jom penkmxs) 2.

BaxxHO, 4TO MOYTKU MOJIOBMHA BCeX PeAKuX 3ab60jieBaHUN NPOSBIIETCA B IeTCTBe,
II0O3TOMY BOIIPOC IVUAarHOCTUKMU SIBJISIETCS KJIIOUEBBIM JJIS1 «PefKOro» rnauneHTa. Jms
peumeHust 3Ton npob6iemsl B 2018 ropy 6puia chopMmpoBaHa MeXAyHapOZHas
KOMUCCUSI, LIeJb KOTOPOW — COKPaTUTb IyTh «PefKOros pebeHKa K IIPaBUIBHOMY
nnarHo3y (the Global Commission to End the Diagnostic Odyssey for Children with
a Rare Disease).* MexaucuniimHapHas KOMaHJa Bpaudell, YUYeHBbIX, aJBOKATOB 1
pa3paboTYMKOB AyMaeT HaJ, TeM, KaK paclIMpUTb ITpaBa 1 y4acTne CeMbU «PeIKOTO»
pebeHKa B ITOCTAaHOBKE IMarHo3a, B YaCTHOCTU, OHA 3aIlyCTUIa MWIOTHBIN TPOEKT
RareNavigator, KOTOpBIN MOBBILIAET OCBEAOMIEHHOCTb POAUTEIeN MTOTEHLMAIbHO
peIKMX AeTel 1 IOMOTaeT UM C KOHCYIbTauusIMn®.

3¢ Global commission progress update: Rare disease day february 2021.URL:
https://www.globalrarediseasecommission.com/Content/PDF/Global Commission Progress Upda
te February 2021.pdf

3 URL: http://government.ru/news/42363/

38 Kak sieuar B Poccum maumeHTOB ¢ pegkumm 6o0me3usamn. URL:
https://www.kommersant.ru/doc/4268908

3% URL: https://www.globalrarediseasecommission.com/

40 URL: https://www.rarenavigator.com/
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OMHAHCUPOBAHWUE

HocTyn X PMHAHCMPOBAHUIO — OAMUH U3 3HAUMMBIX 0apbepPOB, KOTOPBIN MOXXeT
3aTPyAHATh JIedeHWe TMalMeHTOB C pegkuMmu 3abosneBaHmsiM. B  Hanbosee
6e30I1acHOM ITOJIOXKEeHUN HaXOZITCs NalleHThl, BKIOYeHHble B repedyeHb 14 B3H,
JIeKapCTBEHHOe 06ecIedeHne KOTOPIX IIPOUCXOLUT 3a CYET CPeCTB dpelepaTbHOTO
6romKeTa (HO 1 3[ech CIy4aloTcs tepebon, IpUBOAsIIINeE K ITPEePhIBAHMIO TepaInn).
Tskeslee MNPUXOZUTCS TaLMEHTAM W3 «IepeyHs PejKuUX >XMU3HEYTPOXKaIoIINX
3abosieBaHUN», PMHAHCUPOBaHMe KOTOPHIX 3aBUCUT OT BO3MOXXHOCTeN O1ofKeTa B
K&K OM KOHKPEeTHOM CyobekTe (YUMUThIBasi, 4To 72 n3 85 cyobekros PO apastoTcs
moraumnoHHBIMUY). OcTanbHble opdaHHbBIe 3a60/ieBaHUSA PUHAHCUPYIOTCS depes
IIpOTpPaMMy  pPerMOHaJIbHBIX JIBIOT, 4YTO He TapaHTUpyeT IaljMeHTaM
6ecIIpepbIBHOCTD JOCTYIIA K HEOOXOAUMBIM JIeKapCcTBaM, B TOM UUCIe — MU3-3a UX
BBICOKOW CTOMMOCTM.

Hepepnxo oTka3 B [OCTyIIE K pETMOHAIBHBIM JIBTOTAaM OCIIapuBaeTcs yepes cyx. Tax,
B 2019 rozy 6pUI0 pacCMOTpPEHO Kak MMHUMYM 49 Takux fei, B 2018 — 81 memo*.
Takyio TIOJIOXKUTENIBHYI0O JOWHAMMUKY SKCIepPThl OOBICHSAIOT pacliMpeHneM
nporpammsl 14 B3H (Ha moMeHT co3manus nporpaMmmsel B 2007 nx 66010 B IBa pasa
MeHbllle — CeMb), YTO CHSJIO C PerMOHOB 4YacThb (PUHAHCOBBIX OOS3aTeIbCTB IO
obecrieyeHnI0 OpdaHHBIX MTALIMEeHTOB.

denepammsanuss JIeKApCTBEHHOTO  obGecre4eHMUsi OpPGdaHHBIX IAlLMEeHTOB
paccmaTpuBaeTcs IMaUMeHTCKUMM COOOIIecTBaMM KaK OCHOBHOE pellleHune
Npo6eMbl HeJOCTYITHOCTM «PerMOHaIbHBIX» jlekapcTB*. VIMEeHHO ¢ Hel CBSI3aHO
pacmmpeHme repeuHs 14 B3H.

Kax ormeuaroT aBTOpPH EXerogHoro 61osieTeHs: SKCIIEPTHOTO COBeTa IO PegKUM
(opdaHHBIM) 3a607€BaHUSAM — Hamnbojee MOJHOTO M PeIeBAaHTHOTO MUCTOYHUKA
IaHHBIX O pefKuX 3abojeBaHUIX Ha HacTOsSUMA MOMeHT, — B 2019-2020 ropax
yBeln4yeHne GUHAHCUPOBAHUS IMalMeHTOB ¢ OpdaHHBIMKU 3260IeBaHUSIMU
IIPOUCXOAWIIO 32 CUeT CPeACTB defepasbHOTO OI0KeTa, T.e. PACIINPEeHNS IIepedHsI
B3H: B 2019 rogy B cpesHeM IO perMOHaM J0JIsl pacXofoB (pefepasbHOro 610/KeTa
OT o611ero oopemMa pacxofoB OblIa IPAKTUYECKN B IBA pa3a BbIlIe PerMOHaIbHOTO:!
36% 1 64% cooTBeTCTBEHHO (TIPOTUB 52% 1 48% romoM paHee).

L URL: https://top-rf.ru/places/564-dotatsionnye-regiony.html

2 E>kerOfHBIV GI0JUIeTeHb SKCIIePTHOTO coBeTa 110 peakuM (opdaHHbIM) 3a6omeBaHmsaM. URL:
http://komitet2-2.km.duma.gov.ru/Ekspertnye-Sovety/RAbota/Orfany/item/19232971/

# Mscuukosa V. B. «O630pHBIN JOKIAT, SKCIIEPTHBIX CECCUT 1 Pe3y/IbTATOB UCCIefoBaHM» Ha 111
Bcepoccuiickom opdanHom popyme. URL: https://forum-vsp.ru/orf-3 #result
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OpHako permoHsl CyIeCTBEHHO pasjnyaloTcd 110 COOTHOUIEHUIO [OJu
PerMOHaIbHBIX U (pefepalbHBIX pacxomoB. Tak, B MockBe (inaupyouem cyobekTe
II0 COBOKYIIHBIM pacxojaM) IPU COIIOCTaBMMOM KOJMYECTBE PETrMOHAaJIbHBIX U
denepanbHBIX OPPAHHBIX JPIOTHUKOB PacXoOAbl PerMOHaNbHOrO Owomxera B 2018
rogy ObUIM TIOYTW B 2 pasa BBIle, B TO BpeMs Kak B Bosrorpagckom ob6mactn
OoTMeyasiacb obpaTHas cCuUTyauuss IO pacxojaM — TaM OblIa BbIlIe JOJs
denepanbHBIX PACXOJOB, XOTS YNCIIEHHOCTD JIBTOTHMUKOB 13 060X NepeyHerl Obl1a
conocrasmnma ¢ MOCKBOTA.

DKCIepTH! YKa3bIBAIOT Ha Psif IPUYMNH, OTNIPeesSiolinX TOA00HbIe PerMOHaIbHbIE
pas3nmnums B COOTHOUIEHWM 3TUX PacXOLOB: I'OTOBHOCTH pervoHa IUIATUTDb 34
opdaHHOTO MMAaLMeHTa; JIeKAPCTBEHHAass MUIPauus ITALIMeHTOB «PEerMOHaJIbHOMY
IporpamMMbl B 6osiee «6oraTeley PErmMoOHBI (€ClIM PerMoH ucxXoma He MOXKeT
obecreunThb OPOTOCTOsILIee TedeHme ),

[Tpn gednunTe 6107KETOB PETMOHBI MOT'YT UCIIOIB30BATE CPeICTBA 0053aTEIBHOTO
MeAUIMHCKOTO cTpaxoBaHus (mamee — OMC) g meKapCTBEHHOTO oGecriedeHms
IIpU OKa3aHUM MeAULMHCKOM IOMOIIM OpdaHHBIM MalMeHTaM B YCIOBUSIX
cTajMoHapa W B HeOTJIOXHON ¢opme. OpgHaKO BBUAY BBICOKON CTOMMOCTU
opdaHHBIX IIpernapaToB 3TO TpedyeT TepoudecKMX YCUINUI MO0 CO CTOPOHBI
MalyueHTa U ero ceMbu, JIN60 — MEeNULIMHCKOW OpraHu3alun, B KOTOPOW eMy
OKa3blBaeTCsi IIOMOIb, TaK KaK «CTPaxoBble MeIUIIMHCKUE OpraHu3alumn
OTKa3bIBalOTCs OIIAYMBATh MEAULIMHCKUM OPraHU3aLUsAM CiIydYau NMOBTOPHBIX
TOCIUTAINU3aLUI GOJIBHBIX C PeAKMMM 3abojieBaHUSIMM, paclieHuBasi UX KakK
pe3yJIbTaT HeKadyeCTBEeHHO OKa3aHHOW Ha NMepBbIX 3Tanax noMmoumn». Kpome Toro,
MeIMLIMHCKasi OpraHmM3aLus MoXeT OBITh omTpadoBaHa®.

OTpmesnbHOTO  BHMMAHMS — 3aCIyKMBaeT IIpo6jaemMa IONyYeHUS  <PeSKUMMY
naymueHTamMn (Hanpmumep, Ipu  Muomatum [JrouieHHa, occuduLmMpyrouien
IporpeccupylolLen dubpoancIaznm n op.) CO3JIaHHBIX, HO
He3aperncTPUPOBAHHBIX Ha TeppuTopun Poccmm ekapCcTBeHHBIX IIpernapaToB®.
JI71st nX TIONTy4eHnsI «peJKOMY» IMallMeHTy (ero ceMbe) 1 JledallleMy Bpauy TpedyeTcst
NIpeTIPUHSTD HeJJIOXKMHHBIe ycuanst. OgHaKo caMasi ocTpasi IpobieMa — 3TO 3aMeHa
OPUTMHAIBHBIX [TPeIapaToB JyKeHeprKaMn (MeXXIYHAPOAHO He3allaTeHTOBAaHHBIMM

* E>kerofHBbIV GI0JUTeTeHb SKCIIePTHOTO coBeTa 110 peakuM (opdbanusbM) 3a6omeBaHmsam. URL:
http://komitet2-2.km.duma.gov.ru/Ekspertnye-Sovety/RAbota/Orfany/item/19232971/

4 Cokomnos A.A., Anexcangposa O.10., Kagsipos ®@.H. BbicOKOTEXHOIOTMYHAS MEAULIUHCKAS
MMOMOILb GOJIBHBIM PEIKUMM 3a60JIeBAHUSIMU — IPOGJIEMBI OpraHn3anumn 1 ¢uHancuposaums //
Meneskep 3gpaBooxpaHeHus. 2016. N26. C. 65-75.

4 3axaposa E.10. Joxnaz «HesaperncrpuposanHslie npenaparsi» Ha 11 Bcepoccuiickom opdpaHHOM
¢dopyme. URL: https://vspru.ru/forum/vserossiyskiy-forum-orfannykh-zabolevaniy
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1 6e3 KIMHNYECKNX PeKOMeHAalni), KOTOPble NIPUBOAAT K YXYILIeHUIO PeMUCCUN
MalMeHTOB.

«3aKynKu JIeKapCTBEeHHBIX IIPeNapaToB A4JIs OppaHHbBIX 60JIbHBIX B paMKax 44-
@3 HecyT OrpOMHYIO HAarpys3Ky Ha pervOHajbHble OIOMKeThl, IOCKOJIBKY
BBIMTPBIBAIOT 3aKYIKy IIpenaparTsl, sBJSAOLMecs [)XKeHepukKaMu WiIn
aHajioramy, KOTOpble B CBOIO O49epenb B Jy4lIeM Caydae He «paboTarTs, a B
XyguieM — HAaHOCAT Bpen nauueHry. «Peakuriy 6OJbHOVM BBIXOLUT U3
COCTOSIHUS PEeMUCCUM, MOJIy4aeT Cepbe3Hble OOOCTPEHMUS U IOCIE€LCTBUS,
KoTopsle B 505% MOIyT IPUBOZUTH K JeTajibHOMy ucxony. Cerogus, 44-d3
paboraer He Ha MaLMeHTa, a Ha TOCYyZapCcTBO, Yero, HECOMHEHHO, OBITh He
JOJDKHO, 3TO MHMMAasi 3KOHOMMS OIOJKeTHBIX CpeACcTB. I103TOMY 3aKyIIKy
BCeX JIeKapCTBEHHBIX IIpernapaToB, PEKOMEHIOBAHHBIX CIeLMaJInCcTaMu
DOCCUICKOTO M MEXAYHapOLHOTO YPOBHS IIpU HabGIIOgeHUN, BELEeHUN U
JIe4eHnUN TOIrO WJIM MHOTO OPQaHHOTO 6OJIBHOIO0/3a60/1€BaHUS, CIERYeT
IIPOMU3BOAUTE TOJIBKO IIO TOPTOBOMY HamMmeHOBaHuio» (Haranps MatBeeBa,
BULje-TIPE3ULEHT Oé61mepoccurickou 06I1IeCTBEHHO opraHu3auumn
«Bcepoccurickast acconyuanms gist 60JIbHbIX MYKOBUCLIMTO30MS).

B ciyyae Heo6XOOMMOCTM WHIAMBULYAJIbHOTO IPUMEHEHUS IO >XU3HEHHBIM
IIOKa3aHUAM He3aperCTPUPOBAHHOIO JIEKAPCTBEHHOI'O CPeliCTBa pellleHue O ero
HasHaYeHUM MPUHMUMAETCS KOHCUINYMOM demepasbHON CIeLnaan3npoBaHHON
opraHusanun, odopMIISIeTCsI IPOTOKOJIOM U IMMOAINCHIBACTCS IJIABHBIM BpauoM MU
aupextTopom?*’. TIpn 3TOM pPermoH JOJKeH GbITh TOTOB BBIIEJIUTD CPeACTBa Ha ero
3aKyIIKy, a papMalieBTHU4YecKass KOMIaHus — 06ecrneynTh BBO3 npemnapara. OgHako
He BCerjga peajbHas IIPakTMKa IIOKa3blBaeT 0e30apbepHOCTh IOJYYEeHUs
He3aperncTpUpOBaHHOTO TIpernapara «pegKuM» MalMeHTOM, M HeJI0 NOXOAUT A0

cyza.

«YMHOBHMKM He MOTYT OTKa3blBaTh JeTsAIM-UHBaAUAaM B 6eCILZIaTHOM
obecriedeHUN JIeKapCTBaMM, faKe eCJIM OHMU He 3aperncTpupoBaHbl B Poccun,
paspsicHu1 BepxoBusrmi cyg P®. Bsriciias WMHCTaHLMS IOSCHWIA, YTO
OTCyTCTBME 3a60/IeBaHMS B ClIeLjMaJIbHOM NlepedyHe MuH3npaBa He SB/ISAeTCs
OCHOBaHMeM JJI1 OTKa3a B BbIAYM OeTAM MELULMHCKUX IIpernaparTos,
Ha3Ha4YeHHBIX KOHCUJINYMOM MJI KOMUCCUEN Bpadeny.

Kpome TOro, Iiepexon IanmneHTa M3 OETCKOTO BO BBPOCHBIIZ BO3pacT BJIedeT
AOIIOJTHNUTEJIbHbIE TPYAHOCTW, CBA3aHHbIE C IOOCTYIIHOCTBIO JIedeHWUsd, Ha 4YTO
YKa3bIBa€T IKCIIEPTHOE COO6I.U,€CTBO.

47 Balre 3aKOHHOE IIPABO: 0630 3aKOHOAATEIBCTRA 10 peAKMM 3a6oseBaunsm // Pegkne
3a6oseBaHnsa. N210. URL: https://spiporz.ru/raremagazine/2020/07/23/vashe-zakonnoe-pravo-
obzor-zakonodatelstva-po-redkim-zabolevaniyvam/
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«B3pocisre «opaHHUKNY GOJIKHBI, KOHEYHO K€, ITOJIy4aTh BeCh KOMILIEKC
MeIULMHCKUX, PeabuINTALUOHHBIX U COLUAIBHBIX Mep IOJLTEePKKH, BeOb
MPOSIBIIEHNS TeHETUIECKOTO 3260/IeBaHUS C BO3PACTOM CTAHOBSITCA TSKeJIee,
a uaTH B3POCIIOMY MHALUEHTY IPakTudecku Hekygzas (MpuHa MiacHuKOBa,
compencenarenb Bcepoccmiickoro coros3a MaLMeHTOB, IIpefcenaTesib
Bcepoccurickoro ob61ecTBa oppaHHBIX 3260/1€eBaHMI) %,

JOCTYIIHOCTD JIEKAPCTBEHHBIX IIPernapaToB JJis B3POCJIOTO «PefKOro» mnaiueHTa
HeIOCPeACTBEHHO 3aBUCUT OT MHBAIMAHOCTM (B OTANYNE OT pe6eHKa, KOTOPOMY J1O
Tpex JIeT TapaHTMPOBAHO OeCIUIaTHOe JIedYeHMe BHe 3aBUCUMMOCTWM OT HaIUdus
cTaTyca «MHBaaug»). becraTHoe jekapcTBEHHOe oOGecriedyeHne rapaHTUPOBaHO
TOJBKO B3pocjbIM nanueHTaMm ¢ I wam II rpynnmon mHBammmHocTu. Jlrogn c¢ III1
IPyNIION WHBIMOHOCTU MMEIOT NpPaBo Ha 50-MpPOLIEHTHYIO KOMIIEHCAalMIo Ha
ITOKYIIKY JIeKAPCTBEHHBIX [IPeNnapaToB, UYTO C y4eTOM BBICOKOW CTOMMOCTM JIEKAPCTB
IJIs1 JIedeHUsl GOJbIIMHCTBA OpdaHHBIX 3a00jIeBaHUN AejlaeT UX IIpuobpeTeHune
HeBO3MO>XHBIM 6€3 ITIOCTOPOHHEN IOMOIIY U BeJleT K pAHHEeMY JIeTAJIbHOMY UCXOLY .

IAHHBIE PETUCTPOB ITAIIMEHTCKUX OPTAHU3ALIUT

HepmocTaToOYHOCTh  TOCYZAapCTBEHHOIO  ydyeTa  MalMeHTOB C  PeAKUMu
3a60/IeBaHUSIMM,  CYLIECTBYIOIIETO Ha  HACTOAIIMMA  MOMEHT, 4YacTUYHO
BOCIIOJIHSIETCSl TMallMeHTCKMMM OpraHM3alUsIMU M HayYHBIMU YYPEeXAEHUIMU,
KOTOpBbIe BelyT peTnCTPhl OPPAHHBIX MMallMeHTOB. 3aberas BIepes, OTMETUM, YTO U
3[1ech Ipob6IeMa JOCTYITHOCTY (JellepCOHANIN3MPOBAaHHbBIX) JaHHBIX BOBHE OCTAeTCsI
aKTyaJIbHON.

«[langmeHTCKass opraHmM3aluss — 5TO HeKOMMepdYecKas OpraHu3auus,
OpMeHTUPOBAHHAS HAa NAaljUeHTa, I'fe B PYKOBOSILMUX OpraHax 60IbIINHCTBO
YIeHOB — MALUMeHTHI U/ Inla, yXaxkuBarolue 3a HUMU, eCIU IaLjUeHTHl
He MOTYT NpeACcTaB/IATh ce6s1 camu. OHa MO>KeT OBITh IIPELCTaBJIeHA B BULe
30HTUYHOU opraHu3anumn 60 opraHm3aLuu, cTporo
crieuaan3upyroujeicss Ha OIpeReJeHHOM OCTPOM WIN XPOHMYECKOM
3a601eBaHNN»*.

[Topo6Hble perncTpbl MOTYT MMETD Pa3Hble 11eJIN. BeiessioT Tpy «4ncThixy Tumna: 1)
PerncTphl JIEKAPCTBEHHBIX CPeNCTB M MeAULMHCKOM TexXHMKM (cO6op HaHHBIX
KacaTeJIbHO NPUMeHeHMs IIpenapara, oleHKa ero 3p@PexTUBHOCT); 2) peIucTphl

4 RARUS. N219. 2021. C. 20. URL: http://journal.rare-diseases.ru/

# TaLMeHTCKMI aKTUBMU3M 1 6opbba ¢ XpoHnyeckumn 3aboneBanmsmmu. URL:
https://biomolecula.ru/articles/patsientskii-aktivizm-i-borba-s-khronicheskimi-
zabolevaniiami#source-5
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3a60yieBaHUI (KJIMHUYeCKasi KapTuMHa KOHKPETHBIX 3abojeBaHMN); 3) perucTpsl
OKa3aHUs MeNULMHCKON IIOMOIIU (permcTpanims KadecTBa IIpefoOCTaBJIsIeMBIX
MEIVULMHCKUX YCIyr, 35PpdeKTMBHOCTM INpuMeHsieMoro jsedeHms)®. Ho »sra
KJIaccudmkalumns He OTMeHseT TOTO, YTO PeIUCTP MOXKeT ObITh KOMOMHUPOBAHHEIM,
KaK 3TO OBIBaeT B Cjlydae C PEerMCTPOM OOJBHBIX (3TOT TUII MOXXHO BBIAEIUTH
OTZEeNbHO).

OrcyTcTBYyeT  3aKOHOZATelbHass  HOPMA, KoTopass  Obl  peryamposaia
OYHKUMOHMPOBAHME MOJOOHBIX PETUCTPOB, YTO B KaKOM-TO Mepe OIpefesseT UX
pasHooOOpasme,  BKIOYAs  pa3MUYHOe  IPOTpaMMHOe  obecriedyeHue, U
HeCOTIOCTaBUMOCTD SAHHBIX MeXAy CO6011°!.

Ha nacTosmmnin MOMeHT BOIpoOC 06 OOleM uucjie MalMeHTCKUX OpTraHm3aluu,
KOTOpble BeAyT PerucTpbl OpdaHHBIX IalLMEeHTOB (KacaTeJbHO IPOPUIbHON
HO30JIOTNYeCKOV GOPMBI/TPYIIIIEL), OCTAETCSI OTKPHITHIM. JaCTUYHO LAHHBIE O HUX
IIyGIVKYIOTCA B BBILICYIIOMSHYTOM OlOJIJIeTeHe.

He nmosnyums focTymna K JaHHBIM IBYX TOCYZJapPCTBEHHBIX PETUCTPOB O YNCIeHHOCTH
opdaHHBIX MNallMeHTOB, WX JdeMorpadpuyeckmx XapaKTepucTUKax W OXBaTe
Tepanmner, Mbl ITONPOOOBANN 3alPOCUTDH COIOCTAaBMMBIe NaHHble 00 OpdaHHBIX
MaluMeHTax y OpraHu3aluil ¢ Hanbobliel YMUCIEHHOCTBIO OOJIBHBIX B PErucTpe,
corsacHo ExxerogHoMmy OlOJIJIETEHIO 3KCIIEPTHOTO COBETa MO peAKuM (OpdaHHBIM)
3a60JIeBaHMUSM.

[Tepeuncamm, Kaxkme roxasaTean 6bUIN 3aIIPOLIEHbI: YUCIO NMALMeHTOB C BIIePBbIe
B JKM3HM YCTAHOBJIEHHBIM JWarHo3oM (HOBBIe CJIy4daun); YWUCJIO IallMeHTOB,
VUCKIIIOYeHHBIX M3 Permcrpa B oT4eTHOM rogy (3a 2014—2020 rr.), B cBSI3U CO
CMEPTBIO OT ANarHo3a; YucjIo MaLueHTOB, COCTOSAINX B PerucTpe ¢ AUarHo3oM, Ha
KOHell OTYeTHOTO I'Ofa; YMNCJIO MallieHTOB, MOJYYUBIINX OO0V BUL JIEeYEHUs I10
MOBOAY JAMarHosa; MeJuaHHas IPOJOJIKUTENbHOCTh 3ab0jieBaHUs C MOMEHTa
MOSIBJIEHUS IIePBBIX CUMIITOMOB 3a60JIeBaHMs IO YCTAaHOBJIEHMS AMarHo3a.

[TpuuuMmas Bo BHMMaHMe 3aKOoH N152-P3 «O nmepcoHaNMbHBIX AAHHBIX®, OTMETUM,
4YTO OBUIN 3aIlpOlIeHbl aHOHMMHBIE 1 aTperMpoOBaHHble TaHHble, He IT03BOJIsIoN e
UIeHTUPUIMPOBATh KOHKPETHOTO MalneHTa (3TO He TPeGOBaJIOCh W MJIS liejien
MUCCIeIOBAHMS) 2,

0 Sfryguua P.VA., JInTBuHenko M. M., CopokoBukoBs V.B. Perncrps! nmauneHTOB: CTPYKTYPA,
byHKUIMIM, BOZMOXKXHOCTHM UcTionb3oBauns // GapmakoskoHommnka. CoBpeMeHHast
dapmaxoskoHOMMKa U papmakoanmgemmonorus. 2011. N2 4. C. 3-7.

*t Cuernsiit cyvan. URL: https://www.kommersant.ru/doc/2353466

52 URL: https://static.tochno.st/files/static/tochno.st orphan Zaprosy-i-otvety 2021.pdf
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Ta6banua 2. 3alIpockl B yUpesxkeHnsl, KOTOpble BeyT peTncTpPhl
(Bce HanpaBieHb! 31.03.20211.)

Opdannas VupesxxkgeHnue, YncaenHocts | OTBeT Ha 3ampocC O
HO30JIoTMYecKast / | OTBeTCTBeHHOe 3a | MalMeHTOB NpefoCTaBIEeHUM JaAHHBIX
rpymnmna BeieHMe permcrpa | COrsiacHoO B® «Hy>kHa momo1np» (Ha

610JIeTEeHIO 01.06.2021)

[TepBUYHBI HanmonanpHOe 8580 Her
Munenodubpos, reMaToJIOrM4ecKoe
D47.4 006IIeCcTBO
OcTtprin MHWMOW um. I1.A. 6297 Hert
MWUeJIOUIHEBIN I'epuena, puman
nevikos, C92.0 OIr'BY HMULL

pagunoIornmn

Mwun3sgpasa Poccun

Axpomeranusi, OIN Y 4040 Ha, oTpuLiaTeIbHbIN
E22.0 HaimmoHanpHBIN

MeIULIMHCKUNI

LIeHTP

SHIOKPUHOJIOTUN

Mwun3sgpasa Poccun

IlepBuuHbIe HannonaneHas 2628 Ja, mosoKUTeIbHBIN
UMMYHOAEPULIUTHI | acCoLMaLius
DKCIIePTOB B
06J1acT ITePBUYHBIX
MMMYHOIePULUTOB

Kaxk BugHO 13 Ta6M1Bl 2, GBI ITOJTYYeH ITI0JIOKUTEIBHBIN OTBET C IIPeoCTaBlIeHneM
IAHHBIX TOJBKO OT OJHOW OpraHu3alun, KOTopas BemeT KIMHUYECKUN pPerucTp
MMalMeHTOB.

JTO 3aCTaBWIO OTKa3aThCsA OT WM3HA4YaJIbHOW WUCCIENOBATEJIbCKOW CTpaTernm —
aHaJn3a OCHOBHBIX IOKas3aTesell U3 PerncTpoB, KOTOPble AeMOHCTPUpPOBaInN Obl
TII0JIOXKEeHMe MallMeHTOB C HanboJjiee pacIpOCTPaHEHHBIMIU PEIKUMN AMAarHO3aMU B
paspese cyobpekToB PO (eme pas ormeTnM, 4To opdaHHbIX 3a607IeBaHUN ITOpsAKa
8000, o GOJBIIMHCTBY U3 KOTOPBIX CTATUCTUYECKUN y4eT He BeHeTcCs, [TO3TOMY
CyMMapHble IOKa3aTeJn BceX opdaHHBIX MNalMeHTOB B Poccum mno-mnpeskHemy
HEeBO3MO>KXHBI).

B cBs1311 ¢ YeM MBI ITOTIBITANIUCH pa306paTbcsq ¢ TeM, KaK YCTPO€EHBI PeTUCTPBI, C TOYKU
3peHnsa IanveHTa, — KaK OHWM IIOoNamarT B PEeTrunucTp; IIPpUXOOAT JIN C yXKe
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OKOHYATEJIbHBIM JUAarHO30M M/WIN HYKIAIOTCS B MMOMOILUM 10 ero Bepudukamm,
YCTaHOBJIEHMIO. V1 ¢ TOYKM 3peHus MOIb30BaTelIsl, 3aUHTEPEeCOBAHHOTO B IIOMOLIN
opdaHHBIM MalMeHTaM: KaKue II0Ka3aTenn >XU3HeHesITEeJIbHOCTU IalleHTa W
OKa3bIBaeMOVl eMy IIOMOIIW, JiedeHUs (IlepeMeHHble, WHIUKATOPHBI, JOMEHBI)
OUKCUPYIOTCST B perncTpe M KaK MPOUCXOAUT UX OTOOP; KaK YacToO ITOoKasaTesun
OGHOBJISIIOTCST; KAKMM 06pa30M OCYIIECTBISETCs JOCTYI K PETUCTPY; KTO U IJIs UeTo
UCIIONB3yeT MHPOPMALMIO M3 PErncTpa; ¢ KaKUMU TPYLHOCTSIMMU CTATKUBAIOTCS
MaluneHTCKMe OPTaHn3aLun Py BegeHNN PerMcTpoB.

Llenb BemeHMs perucrpa. 3a OTCYTCTBMEM OPULIMATIBHON CTATUCTUKN (MIN JOCTYIIA
K Hen) MalMeHTCKMe OpraHusalum BeOyT CBOW PerucTpbl A MOHMMaHUS
«MacuTaba 6edCTBUSA»: OT UUCIEHHOCTWU «pefKux» MalMeHTOB OO IpobieMm, ¢
KOTOPBIMU OHU CTAJIKMBAKOTCS.

«Ha camom zesre, MbI 661 XOTeM 3HATh, CKOJIBKO NallMeHTOB XuBeT B Poccun,
MO3TOMY MBI cobupaeM 3Ty MHPOpMALUIO O Te€X, KTO KOIZa-An6o K HaMm
obpamascs, crapaemMcsl QuUKCUpOBaTh JaHHBIe 06 3TOM YeJoBeKe, cobupaeM
MaKCUMaJbHOE KOJINYeCTBO MHPOPpMALUI O TOM, I'fe OH XMUBET, KOHTAKTHBIE
[aHHble, [aTy poskgeHusd. Ham BakKHO IIOHMMATh, CKOJIBKO JIIOfel, KaKOTo
OHM Bo3pacTa. Mbl MO>XeM uX IIPUBJIEKATh JJIS y4acTys B HAIIUX IIPOEKTAaxX B
3aBMCUMOCTH OT Bo3pacra. Hy n Booblle 5T0 cTaTuCTU4IeCcKas MHQopMaLns,
KOTOpas BJIUsIeT Ha BesITeIbHOCTh (pOHAA, B TOM CMBICJIE, YTO CTpaTern4ecku
MBI TIOHUMaeM, KaKuM JIIOJSIM TpebyeTcs TOMOIb. Takke Mbl MHPOpMUPYeM
ob6ujecTBo 06 3TOM, HAalMX >KepTBoBaTeaew B ToM uuciae» (BP «Xpynkue
JIIOON»).

«Y Hac HaKONWJICSI OTPOMHBIV MacCUB JaHHBIX, U [akKe HeOOJIbUION X OJIOK
A1 pa3spaboTKu NOTEeHLMAJIbHON Tepanuu, ¢apMKoMnaHuv, MuH3gpasa u
Bpadel 6bUI Ha Bec 3oj0Ta. IlosTomMy Tpu roga Has3an (pOHI 3aqyMasICs O
Heo6X0AUMOCTH cOOMupaTh M CUCTeMaTu3UpOBaTh 3TWU AaHHble B paMKax
ogHoro perucrpas (b «leTn-6a604ku»).

>* Or60op opraHMsanmni, paboTamIMX ¢ opdaHHbIMM NTALMEHTAMN, TPOUCKOANII CIIEAYIOLUM
06pa3oM. Mbl CBA3BIBAIINCE C MALIMEHTCKMMM OPraHU3aLMsIMK, Y KOTOPBIX HAXOAWIN Ha CanTe
IaHHBIe O perucTpe (OoZpo6HOe ONMMcaHne, pe3eHTauun uim gp.). Kpome roro, genanmn mocr ¢
MpOCh60T1 06 MHTEePBbIO B IpoduibHYyto rpynny B Facebook («BrarorsopuresnbHas Kypuika).
Bcero 6510 TpoBesieHO 4 MHTEepBbIO. ITouepKHEM, YTO MOyYeHHas! B XOZle MHTePBbIO
nHbopMaLns He ITO3BOJISIeT SKCTPAIIOJNPOBATh BEIBOZbI Ha BCe MallMeHTCK1e OpraHmn3anmm,
ToMoTalouiMe JIOAAM C PeIKUMM 3a601eBaHMAMM (Ha HACTOSIIINIA MOMEHT He CYLIeCTBYeT UX
0611lero NepeyHs ), OHa JIMUIb OYePUYNBaeT KPYT NOTeHUMATIbHBIX BO3MOXXHOCTEN 1 MpobjeM 1o
BeJleHWIO MOJ06HBIX PerMcTPOB. BMecTe ¢ TeM MBI 3aMHTEpecOBaHbl B IIPOA0JKeHnn cbopa
nHbopMaLnM O TOM, KaK yCTPOEHBI MalleHTCKNe perncTphl B Poccun, mosromy ecin Baia
OpraHmu3aLuns BeJeT NOJA06HBIN PernCTP M XO4YeT O HeM PaccKa3aTh, MOXKHO HalmucaTh HaM Ha IIOYTY
research@nuzhnapomosh.ru
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«PeecTp — 5T0 efguHas 6a3a gaHHbIX nalneHTOB co CMA 1o Bceyi Poccun. Dra
aHKeTa IIOMOraeT yYUTBIBATh KOJINYE€CTBO NaLMeHTOB U UX COCTOSIHUE, YTOOBI
JIy4llle OpTraHU30BaTh MEAULMHCKYIO IIOMOILb M COBEPUIEHCTBOBATh CUCTEMY
MOoAnep)KKU, YXO[a U B nepcrekTuse jedenus aogen co CMA. Ham Ba)kHO,
YTO6bl PEerucTPaMOHHYIO (POpMYy 3amoJIHWIN Bce mnanuueHTbl co CMA,
npoxkuparoine Ha Teppuropmun Poccuny (Qong «Cembn CMA»).

Kpome TOro, maHHBIE perucTpa IO3BOJSAIOT OpPdaHHBIM OPraHU3ALUIM
OTCTauBaTh MHTEpPeChl MOJOIIEYHBIX, B TOM YHUCIe — B TOCYZapCTBEHHBIX
BeIOMCTBaX.

«Korma me1r 6putn ¢ Cauteri B CaMape M pa3roBapuBaiii ¢ MMH3IIPaBOBCKUM
YMHOBHUKOM, TOIfa HaM MHpOpMAaLUsI O TOM, CKOJIBKO LeTel HAaXOAUTCS Ha
Teppuropun Camapckou o6jacTu, o4eHp nomoriaa. Iloromy 4To Mbl MOIJIU
onepupoBaTh UU@paMyu 1 cKa3aTb, 4TO a, Y BaC Ha TepPUTOPUN HAXORUTCS
11 gereris (b «Xpymnkue Tr0fm»).

C 1 auBaps 2021 ropma Havasn cBow pabory DoHZ MOAmEpP>KKNU eTel C TSKeTbIMN
KUZHEYTPOXKAOIIMMNU Y XPOHUYECKMMIM 3a00JIeBaHUSAMM, B TOM 4WUCIE PefKUMU
(opdannusiMn) 3aboseBaHusaMn «Kpyr no6pas (ero 6momxer popmMupyercs 3a cuer
MOBBIIIEeHN OO 15% Hamora ¢ ¢puanyeckux Jul, 4Yen HAOXOJH IIpeBbIIIaeT 5
MWIIMOHOB py6ien)®. 1 3nech paboTa MaluneHTCKNX OPraHn3alUi 3aKII04anach B
TOM 4uCJIe B MNPenJjO’KeHUN IepedyHs 60je3HeW, jleueHue KOTOPBIX OH MOT Obl
dunHaHCMpOBaTH .

OTrmeTuM, YTO Ha JaHHBI MOMEHT pellleHMe O BKIIOYEeHUN PeJKOTO 3a601eBaHNs B
«repe4yeHb 3abosieBaHUN POHAA» MPUHMUMAETCA Ha SKCIIEPTHOM coBeTe doOHIA.
BmecTe ¢ Tem KpuTepun BKIIOYEHUS 3a60/IeBAaHUN B OTOT [1epedeHb HeIIPO3PadyHBI
(OTCYTCTBYIOT B O61IeM JOCTYIIe Ha HACTOSII NI MOMEHT).

O6061as TpUHLMIIBEL pabOThI MALMEeHTCKMUX PerMcTPOB, OTMETUM, YTO BKIIIOYEHUEe
opdpaHHOrO mauUueHTa B PErnucTp, SBJISAETCS TOOGPOBOJBHBIM U HOCUT
3aABUTENIBHBIN XapakTep (QHJIOTMYHO Yy4eTy Jojell C WHBAJIUIHOCTBIO,
oduLManpHas YNUCIEHHOCTh KOTOPBIX BKJIKOUYaeT TOJBKO TeX, KTO obpaTuics 3a
odopmMmIeHneM ITeHCUU IO MHBAJIWAHOCTWU, OCTaJbHBIe JIIOAN C OTrpaHUYEeHUSIMU
3OPOBbsl He OTPa)kaloTCs B TOJOOHOWM CTAaTUCTUKE, XOTsI MOTYT COCTOSITb Ha
IUCIIaHCEPHOM y4eTe M MMeTb peKOMeHAalMIo AJjisi obpalleHns B 610po MeJUKo-
COLIMAIBHOW 3KCIIePTU3EI).

5 URL: https://dounkpyrnoépa.pd/

55 OrpespHOrO BHMMAaHMUS 3aCIykuUBaeT npobiema ob1ecTBeHHOTO MHeHMs. He Bce pasgensior
MHEHMeE O TOM, UTO «1[eJIeCOOOpa3HO TPATUTh GOJIbLINe CPeCTBA Ha «PeIKNX» ITallneHTOB, KOTAa
MO>XHO BBUIEUNTBH OOJIbIIIEe YNCIIO JII0HEN ¢ OOBIYHBIMY 3a601eBaHUIMM». YTO MOKeT CO31aBaTh
JOTIOJTHUTeJIbHBIe 6apbepPhl, B TOM YMUCIe — JAJIS MAaLiMeHTCKUX OpraHn3aLnil, 3aHUMAaIOIINXCs
dbaHgpan3nMHIroMm.
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[TarmeHT WM €Tro IpefCcTaBUTENIb MOKET CAMOCTOSITEIbHO BHECTU cebsl B peTUCTp,
IIPUKPENMB  HeOoOXOAWMBble OOKYMEHTBl, €eCjM Ha CcailTe OpraHu3alun
IpegycMOTpeHa Mojo6Hasa dopMa sl 3allojIHeHUs, JMbO 3a Hero 3TO MOXXeT
chenaTh Bpay WiIN IPefCcTaBUTEeNb OpraHn3aummn. Yem rnpogymaHHee IIporpaMMHOe
obecreyeHne perncTpa m yem 60IbLINMN pecypcaMin 061afaeT OpraHn3aLns 4js ero
BeZleHWsl, TeM 60Jjiee pacUIMPeHHBIN POJIeBON JOCTYI K MHPOpMaLIMM U3 perucrpa
MOXKeT OBITh peajn30BaH.

«V Hallero perncrpa ectb pa3Hble TOYKM BXOZ4a B 3aBUCUMOCTM OT CTaTyca
nosp3oBaresnsa. Bel perucrpupyerech Kak IIOJOII€YHBIV, Bpad, Bpay B
pervoHe, COTPYZHUK POHAA, YMHOBHUK MuH3gpaBa, MaTpOHaXHAasI cecTpa,
BOJIOHTED — W IIOJIy4aeTe LOCTYII K CBOeMY «KYCOYKY» 6a3bl U JaHHbIX» (BD
«/leTn-6a604KmM>»).

BHeceHme HOaHHBIX O «pemgKMX» IMaljMeHTaX BpayaMu B pPerMoHax MMeeT CBOU
orpaHu4yeHus. Bo-nepsrlx, HaJla)KeHHOE B3aMMOZENCTBUE OpraHmn3alnmnn, Begylen
MALMeHTCKNUII PerMcTp IO KOHKPETHOWM HO30JI0TMYecKoin dopme/rpymme, ¢
MeAULIMHCKUMIN YYPEeXAEHMsIMU B KaKIOM U3 85 CyO6BeKTOB — PeIKOCTb.
IIpakTnyeckn BCe ONPOULIEHHBIE TOBOPUIN OO OrpaHUYEHHOM IIyje Bpadeu,
KOTOpBIe 3HAIOT O PerucTpe U IepesaloT Tyaa TaHHbIe, TO €CThb B OOJIbIINHCTBE
cy4daeB pedb He MAET O IIOJTHOM OXBaTe NalleHTOB BO BceX 85 cyobekrax PP. Bo-
BTODBIX, KaK OBUIO OTMEYEHO paHee, BeleHMe Perucrpa — LOIOJHUTeJIbHas
HarpysKa AJjid Bpauen, KOTOPYIO He BCe TOTOBBI Ha ce6s1 6paTh.

OTnenbHOTO BHMMAaHMS 3aCIy’KMBaeT MHPOPMUPOBAHHOCTD «PeJKOTrO» IMaljyeHTa
(ero cembu, mpencTaBUTeNsI) O TAKOM perucrpe. IlalimeHTH MOTYT y3HaBaTh O
perncrpe nmocTdakTyMm — INocae obpallleHus B OpraHM3aluio 3a IMOMOILIBIO €My
MO>KeT OBITh ITPEeJIO’KeHO 3aMIOJHUTD PeTUCTPALMOHHYI0 GOPMY: CAMOCTOSITEIBHO
— HaryriamB MHGOPMalMIO O perncTpe; Yepes Bpaya / MeAULMHCKOE YUpeXgeHne;
yepes pPOANTeIbCKOe coobiiecTBO («capadaHHOe pagnos). B Kaskgom 13 BO3MOXKHBIX
CIIOCO6O0B ITONaaHNs B PETUCTP NalMeHTy OyeT IpeJIo’KeHO 3aIl0JIHUTD CoTIacue
Ha 06paboTKy IIepCOHAIbHBIX JaHHBIX.

[Tepen opraHmM3anMsMM BCTaeT elle OLUH BOIIPOC: UTO AeaTh C NalueHTaMMU,
KOTOPBle MMEIOT KIMHWUYECKMI AUarHO3, IOCTaBJIEHHBII BpayoOM, HO He MMEIOT
TreHeTU4YeCKOM SKCIIePTU3BI, KOTOPAS MOXKeT yKa3aTh Ha ero OIIMOOYHOCTb.

«Ceriyac Mbl U3MEHWIN MpaBwuiaa, U Mbl He BHOCUM IaLjMeHTa B peecTp 4O
OKOHYAaTeJIbHOW Bepudukauum guardosa. To ecTp, ecan K HaM 06paijaeTcs
nanueHT ¢ KInmHu4eckuM guarHosom CMA, y koroporo Het [JJHK-aHann3a,
MBI CHa4aJIa IpopabaTbeiBaeM C HUM BOIIPOC FeHeTUYECKOTO MOATBePsKAeHNUS,
cgaeM aHaiam3. VWl Tonpko mnocie nosydyeHus pesynprara JJHK BHocum
MHPoOpmMauuio B 6a3y M WMHPOpMUPYeM O JaJbHeNUIIUX LeVCTBUAX B
OTHoOUIeHUM 60J1e3HN. Mbl MOXeM IIPOKOHCYJAbTUPOBAaTh, HO MBI HE MOXXEM
ITOMOTaTh Agajblle, He TIOHUMAs, C KAKMM UMEeHHO JUATHO30M MBI UMeeM JIeJIO.
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JlocTaTrouyHo MHOro ciy4yaeB, korga craBaT CMA no cumnromam, Ho JJHK-
aHann3 He nogTBepxKpaers (Poug «Cembn CMAs).

«B perucTp 4OKTOpa BHOCAT TOJBKO MAaljMEHTOB C YCTaHOBJIEHHBIM
MarHO30M IIePBUYHBIV UMMYHOZe(GUIINT, BHOCAT B TOM YMCJIE U IALJUeHTOB,
Yy KOTOPBIX ITOKa He HalfeH reHeTu4ecknii geexr. I1alineHTsI C BTOPUYHBIMU
UMMYHOLEQPUIIMTHBIMU COCTOSHUSIMMU WU ITal[MeHThI, Halpumep, 4YacTo
boremmmne M HE  COOTBETCTBYIOIGUE  KPUTEPUAM  INEPBUYHOTO
MMMyHoOZeduinuTa, He monagarmoT B peructps (HauuoHarbHas accounanmus
SKCITepTOB B 061aCTV IEPBUYHBIX UMMYHOLePULIUTOB).

Kax mpaBuio, pelureHne 0 MOMOIIM TAaKUM NalMeHTaM 10 MOATBe PXKAEeHMUS INarHO3a
3aBUCUT OT yCTaBa MallMeHTCKON OpraHmn3alun.

«O6bIYHO y Haulero 3a60JIeBaHWUSI €CTb OYeHb SBHbI€ CUMIITOMBI, 35TO
nepesoMsl. WV ecam ux MHOIro, TO, CKOpee BCero, 3TO HeCOBepUIeHHBIN
ocreoreHes. Ilosromy Mbl B 6a3y mx BHOCUM. [laxxe ecim 3TO Agpyroe
3aboJieBaHMe, YTO Yy HAC HAa Halley IIpaKkTuKe IMIOYTHU He CAy4alock. B mobom
caydae 3TO JeTH, MO YCTaBy KOTOPBIM MBI MOXeM Iomorarb. Bce gern c
HapylIeHueM KOCTeobpa30BaHMUA, 1O CYyTM, MOIYT IOJy4aTh HNOMOLIb OT
¢onga. Coobuaem uM, rge, B KaKuMX KIMHMUKAX M Ha KaKUX YCAOBUIX OHU
MOTYT IOJYYUTh IHOMOLb, YTOYHUTH JAguardHo3. IlosTomy 5TO Takas
napasiieabHas pabora. Eciiu BIpyr AnarHo3 He IIOATBEPKAAETCs, YTO ObIBAET
OYeHb penKo, eC/lM MBI Hu4YeM IIOMOYb He MOXXeM, TOIZa MBI IIPOCTO
paccraemcs Wi peKoMeH[yeM o6paTtutbcs B gpyrue ¢orgery (bP «Xpynkue
JIIOON»).

Kpome Toro, co B3poC/aBIMU «PefKMMMU» MalLMeHTaMW CUTyalus IO HeKOTOPBhIM
3a60J1€BaHUSAM MO>KeT CTOSITh OCTPee, TaK KAK OHU MOTYT >XUTb 3HAUYNTEJIbHYIO YaCTh
’KM3HM C HEBEPHO YCTAHOBJIEHHBIM JJMarHO30M Y HaOIIOfaThCsl Y HEeMPOPUIBHBIX
Bpauenl.

«B perncrpe moka cymecTByeT Mpobjema ydeTa B3pPOCJIBIX IalMeHTOB,
CBSI3aHHAs C HEeZOCTATOYHBIM 4MCJIOM Bpayeri-y4aCTHUKOB, HAOIIORAIIINX
B3POCJIBIX NMAaljUeHTOB. DTO KOCBEHHO MOET T'OBOPUTH U O IpobjieMax C
BBISIBJIEHUEM B3POCJIBIX C IEPBUYHBIMU UMMYHOLePULMTaMMU B 1jeJIoM. dacTo
B3pOCJIbIe C ITePBUYHBIM MMMYHOZLEePUIUTHBIM COCTOSIHMEM HAabII0falTCs
PasJIMYHBIMM CIELMaJIUCTaMu, HO He WMMYHOJIOTOM, YTO 3aTpPyLHSET
CBOEBPEMEHHYIO IIOCTaHOBKY IpaBWJIBHOrO pguarHosda (HaumoHanpHas
accoymalus 3KCIIepToOB B 06J1aCTHU IEPBUYHBIX UMMYHOLEPULIUTOB).

Perncrp u nosyyeHue nomowmn. ITpakTnyeckn Bce onpolIeHHbIe IIpefCcTaBUTeNN
opraHm3anui OTMeTWIN, YTO [JaHHbIe perucrpa IOMOTalT B IUIAHUPOBAHUNU
06'beMOB [TIOMOII IIOZOIeYHBIM.
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«B 3aBMCHMMOCTM OT TUIIOB paH IIOLOIIEYHOI'O CUCTEMA caMa pacCYUTHIBAET
06beM M THUI HeOO6XOAUMBIX MEAUKAMEHTOB, a TaKXe OI0IXeT. 3arem
NpOou3BOAUTCSA MNOKBapTaJIbHOE U I'OfOBoe 61oAKeTupoBaHue. Ilocite aToro
MOJTyYeHHble JaHHble 3aKJafbIBAIOTCS B OIOJPKETHl PEerMOHOB, KOTOPBIE
YacTUYHO JM6O ITOJHOCTBIO 06eCIIeYnBAaIOT CBOMX JeTer-6abodyeKk BCeEM
Heo6XOAUMBIM 3a CYeT rocpuHaHCcupoBaHus. Takmum o6pa3oM, Halll peTUCTp
SABJISE€TCS  aHAaJIUTUYEeCKMM  SIEPOM, KOTOPBIF  ITO3BOJIAeT  CHAesaTh
¢papMaKOSKOHOMUYECKMI aHaan3 O Kaxzgom Hamem nozomeyHom» (BP
«/leTn-6a604KmM>»).

3a McKIOYeHneM perucTpa MnalueHToOB C IIePBUYHBIMY UMMYHOAePULIUTAMN, LieIIb
BeJleHUs1 KOTOPOTO HOCUT Hay4YHBIN XapaKTep.

«Haur peructp sB/Is1€ TCS MHNLMATUBOW ACCOLUALIMNA UMMYHOJIOTOB, U 1IEpes
PerucTpoM IIOCTaBJIEHBI B IIEPBYIO odepenp HaydHble 3agadn. OCHOBHAs
HAIIa 3a7a4a coCTosna B (OopMUpOBaHUM 6a3bl GAHHBIX MALUEHTOB BCEX
BO3pacTOB, OMMUCAHWUN SMULEMWUOJJIOTUN MEePBUIHBIX UMMYHOLZepnunToB. C
MIOMOLIBIO JAaHHBIX PEerucTpa, OMUpPAasch HAa TOYHbIE LIUPPBI, MBI MOXKeM
IIOKa3aTh IMpPO6GJIeMbl IaljMeHTOB C IIEePBUYIHBIMYU WUMMYHOLEPULINTAMMA.
Perncrtp, Takoy Kak OH eCTb CerofHs, HaIpsMYIO He CBSI3aH C CUCTEMOV
JIeKapCTBEHHOI'O O6ecreYeHNnI0, OHAKO aHaan3 JaHHBIX PerucTpa KpaviHe
BaKeH JJIsI IMOHuMMAas OO6GBbeMOB HEOOXOAMMBIX IIperapaToB JasS 3TOWU
Kareropmum rnainueHTOB (HaumoHanpHas accoumanns 5KCIIepTOB B 06JIACTH
NnepBUYHBIX UMMYHOZLEPULIUTOB).

HawnyuymmM pelieHUeM OJIsI «PeIKOTro» IIallUeHTa SBJISIIOTCSA OO6belVUHEeHHBbIe
pPerncTphl, BKIKOYAKOUINE KAaK KIMHUYEeCKUe NaHHBIe, TaK W JaHHBbIe, CBSI3aHHBIE C
OKa3aHWeM IIOMOLIM KOHKPEeTHBIM ITallMeHTaM, OJHaKO 3TO Tpebyer
IOTIOJIHUTENBHBIX  PecypCcoB IO  BBICTPAaMBAHUIO KOMMYHMKALUU  MEXZY
MMalUNeHTCKUMU OPraHMU3aLUIMN U MEIULIMHCKUMU YIPEKTeHUSIMU.

«EcTp pa3Hble BuIbBl peeCTpPOB: NMAalUeHTCKWe Y KIMHWUYECKUEe PEervucTpHI,
KOTOpBle MOTY OBITh B KaKMX-TO MEAUIMHCKUX ydpexpeHusax. Mos meura
TpebyeT u B3auUMOZENUCTBUS MeXAY KIMHULUCTAMU W IalUueHTCKUMMU
opraHmu3dauusmu. Bor Takoit oOO6BegMHEHHBI)I W aBTOMaTWU3UPOBAHHBIN
KOMOGMHUPOBAHHBIN pPerucTp, B KOTOPOM 4YacThb JaHHBIX NOCTyIajaa OT
naymeHTa, a 4acTh U3 BpadyebGHOrO perucTpa ¢ pasgejleHneM 30H JOCTYNa K
JaHHBIM. VI Te fTaHHbIe, KOTOpbIe IT0JTyYeHbl U3 pa3HbIX KAHAJIOB — IIPOXOAAT
IBYCTOPOHHIOIO BepudukaLnio, 611 651 ONTUMATIbHBIM pellleHUeM BOIIpoca.
Ho 3T0 OBOJIBHO CJIOKHO, OY€Hb JJOPOTO Y OYeHb TEXHUYECKU 3aTPATHO, U
KOHEYHO, JJOJDKHO PUHAHCUPOBATHCS» (PoHg «Cembru CMAy).
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YTo perncTphl 3HAIOT O malueHTax. Kak MBI oTMeydann paHee, OTCYTCTBUE
3aKOHOZ,ATeJIPHOV HOPMBI 10 PEeryJMpOBAaHUIO BelleHUs MALMeHTCKUX PerucTpOB
IIPUBOAUT K MHOTOO6pa3nio nx Gopm, PyHKLMOHAIBHOCTU 1 HA6OPY COOMpPaeMBbIX
maHHbIX. CaMa opraHmsanus MPUHMMAeT pelleHWe O TOM, KaKue WMMEHHO
IoKa3aTesN XXU3HeAeATeJTbHOCTU MTallMeHTa BaXKHBI JJIs ee 1ieJIel U AesTeJTbHOCTN.

MO3KHO MepeHMMaTh MeKAYHAPOHBI OIIBIT BeJeHNsI PeTUCTPOB M/ WIN YyIUTHIBATH
POCCUMCKYIO CITelnPUKY, CBA3aHHYIO C OKa3aHMeM ITOMOIIV NaLlUeHTYy.

«Mpl npoaHammu3upoBaan 6osee 30 perucTpoB HIO HalleMy W JPYTMM
3a60s1€eBaHUAM, KOTOpble €CTh Ha pbIHKe, B TOM YMCJe 3a IpaHuLeH, "
MOHS/IN, YTO BCE€ OHM B IIPAMOM CMBIC/I€ CJIOBA IIPOLIBIN BEK — LaHHBIe
XpaHWINCh 9yThb i He Excel win B Tabimuax. O TOM, 4TO66I 3PeKTUBHO
cobuparp, CUCTeMaTU3UPOBaTh M aHAIM3UPOBATh 3TY MUHGOPMaI[UIO, HE GBLIO
M peun. MBbI ITIOHSIN, YTO HaM HY)K€H CBOU perucTp, IOfaan 3asBKy Ha TPaHT
B QOHJ Ipe3uAeHTCKUX I'PAaHTOB, M OH IIOMOT HaM CO3/JaTh 3Ty VHUKAJIBHYIO,
yao6HYI0 1 53¢ pexkTuBHyI0 cucremys (bD «IeTn-6a604kns).

«ByacTHOCTH, MEXXTYHAPOLHAS CeTh HA TOT MOMEHT He cO6upaa gaHHEIe 110
MUCIOIB30BAHUIO OTKAULIMBATEN, & Y HAac 3TO ObUI OAMH U3 KIIOYEBBIX
MOMEHTOB, IIOTOMY YTO MBI 3aHWUMAJUCHh BO3MOXHOCTBIO O6ecriedeHUs
NagueHTOB 3TUM BUIOM pPeCHUpaTOPHOW TeXHUKU. IlosTomy Ham 6bBLTO
Ba)KHO OTCJI€KUBATH WUCIIOJIBb30BaHME 3TOro mpuéopa. To >xe camoe 1o
rmuTaHnio nagneHToBs (PoHrg «Cembu CMAs).

IIpn »TOM mnosy4aeMble JaHHBIE He BCerga IIO3BOJAIOT B PeryjasapHOM U
aBTOMaTWU3UPOBAaHHOM BUJle OTC/IeKUBATh AMHAMMUKY Ja>ke 6a30BBIX ITIOKa3aTeaemn
— 4YUCJIEHHOCTU <«peJKuUX» IMalueHTOB (Halpumep, yBeIUYeHUe MOXKeT
CBWIETEeJIbCTBOBATH 06 YIIyYIIeHUN IUAaTHOCTUKN), UX JIETATBHOCTU, He TOBOPS yKe
O IOKa3aTesaX, CBI3aHHBIX C IIPOBeleHMeM Tepalnn, OLleHKOMN ee 3P deKTUBHOCTN.
ITogo6Hble pacyeTsl, Kak IPaBWIO, TPEOYIOT JOIOJIHUTEIbHBIX YCWINIA — PYYHOTO
TPyZAa CO CTOPOHBI OpraHm3aliuu, Beaylien perncTp.

«MbI O6HOBJIsIEM AaHHBIE IALjMEHTOB KaXXAbIM I'OX, ZAe/aeTcsl IyTeM Jn6o
PYYHOIO 063BOHA IaljMeHTOB, JIM60 MBI HAIIpaB/isieM 3JIeKTPOHHbIE MIChMa,
M ralmeHThl CAMW HAM OT3BAHMBAIOTCS UM OTIMCBHIBAIOTCA 06 M3MEHEHMUIX»
(Pong «Cempn CMAy).

«MBI He OTCIeXKMBaeM 3TU JaHHbIe, TIOTOMY 4TO IIOKa YTO B 3TOM He GBLIO
ocTpoit Heob6xoaumocTu. Ecam 6p1 Kakass-To HEO6XOAUMOCTb NOTpebOoBaIa
6Bl TAKOTO ITOAPOGHOTO BefeHUs, B IpUHIUIIe, 1a, 6610 651 MpaBuiIbHO. Ho,
Hanpumep, KIWHWUKA, KOTOpas 3aHMUMaeTcs JIedeHueM, WM Ba’KHO
OTCleXUBaTh AUHAMUKy. Mbl oOTCilIexmuBaeMm, HarnpuMep, BeChb Hall
colMaIbHBIN IIPOEKT, HO Yallje BCero MBI BUAMUM pe3yJIbTAThI IN6O B jarepe,
BUAMUM, KaK €TV MEHSIOTCs, JMb60 Mbl 3HaeM, YTO OHW MOLLIM B LIKOJY,
NOCTYNUIN B MHCTUTYT, HAULIM paboTy, U ITOHMMAaeM, 9TO 3TO pe3yJbTaT
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TO>Ke HalleV COLUaIbHONM paboThl. Y HAC OfUH YeJ0BeK 3TuM 3aHumMmaeTcs. V
5TMUM, KOHEYHO, MBI OTpaHMYeHBbI B TeKylIer paboreys (bD «Xpynkue rrogmns).

IIpo6reMbl BefeHMUs PpeAKUX perncrposB. OTcyTcTBMe JOUHAHCUMPOBAHUSA —
OCHOBHasi Ipob6jema, C KOTOPOW CTajJKMBAIOTCS OPraHM3alum IIpU CO3ZaHUN,
BeJleHUM M OOGHOBJIEHUWU TOJNOGHBIX perncTpoB. CeAcTBMEM 3TOTO SIBISETCS U
HeJIOCTYITHOCTh 3KCIIePTOB, B IepPBYIO OYepenb Bpauel, TOTOBBIX YIE/ISITh BpeMs
M3y4eHUIO B TOM 4MCile KIMHUYeCKUX JaHHBIX O MallMeHTax.

«Yaije Bcero Takme CUCTeMBl TPEGYIOT OIUIATEL. DTO TO)Xe orpaHudYeHue,
KOTOpoOe IIOKa, HaBepHOe, HaM TPYAHO IIPEeOJOJIeTh, IOTOMY YTO HAaM
NPUXOANUTCSA MO-TIPEeXHeMY WUCKATh JEeHbrM Ha cojepXaHue ¢oHpa, Ha
BBIILIATHl 3apILIAT, B TOM YWCJIe C Ballel IOMOILIBIO MBI 53TO gpeaeM. U
I OIMOJIHUTEJIbHBIE PACXOLBI ITOKA He NpegycMoTpeHsl. Ho Mb1 ;ymMaeM B 5TOM
HanpapieHun» (BO « Xpynkue 1roamus).

«B wngeame y mauMeHTCKOTO perucrtpa JLOJ/DKHA OBITb KJIMHUYIECKas
Bepupukauusa 5SKCIepTamMu, KOTOpble OYAyT 3aHMMATbCSA Bepudukaymert
MOJyYeHHBIX MERMULIMHCKUX JAaHHBIX, HO 3TO OIATH K€ AOIOJHUTEIbHAas
pab6ora. Hu ogmH KOMIIETeHTHBIV Bpa4 He OYAeT 3TO feJIaTh 6eCIIaTHO, 3TO
orpoMHbIi 06beM paboTsry (Dorg «Cembu CMA»).

CremoBaTe/nbHO, ellle OfHa MpobieMa — HageXHOCTb MOZOOHBIX perncTpos. C
y4eTOM OCHOBHBIX OTPaHMUYEHUN, C KOTOPBIMU CTAIKMNBAIOTCS 671arOTBOPUTEIbHbIE
opraHmu3almn (3asBUTEIbHBI XapaKTep BKJIIOYEHWUs B PerUcTp, HeperyispHoe
obHOBIeHMe WMHPOpPMALIUM O KM3HEHHOM CTaTyCe W COCTOSIHUWM IallMeHTa),
J10661pPOBaTh MHTEPEChl peJKUX NalleHTOB B CUCTEMe OKa3aHUs I'oCyapCTBEHHOM
MeJIMLIMHCKOV ITOMOIIY He BCeTja BO3MOYKHO.

JlaHHBIe O YMCIGHHOCTW IAaLlMeHTOB, KOTOPBIMM BiaferoT (POHABl, He Bcerga
COBIANAIOT C JAaHHBIMU NPOPUIbHBIX OPIaHOB UCIIOJIHUTEIbHON BIacTU (MeCTHBbIe
MWH3LpaBbl), MpUYeM CUTyalun MOT'YT OBITH pa3Hble: KaKMX-TO IALIMeHTOB He
BUINT MWMH3ApPaB, KakKMUX-TO IO TeM WIN WHBIM IIpUYMHAM — TIpOPUIbHas
MalMeHTCcKass OpraHmsanms. DTO TpebyeT aKTMUBHOTO B3aMMOJENCTBUS 06enx
CTOPOH IO BepuPuKaLMM UMEIOLINXCS JaHHBIX O «peIKMUX» IMallueHTax.
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BBIBOJ bI:

1. HeBO3MO3KHO OLIEHUTb HEOGXOAUMBIN (CYMMapHbI) 06beM NMOTPEeGHOCTU B
noMolmM mnauueHTaM ¢ opdaHHBIMKU 3a6oseBaHusMM B Poccun. Cucrema
rOCyJlapCTBEHHOI'O y4eTa OXBAaThIBAeT JINIIb HEGOIBIIYIO YaCTh PeIKMUX ITalleHTOB,
B TO BpeMs KaK TOYHOEe YUCJIO JIofell C PeAKUMMU 3a00JeBaHMUSIMM OCTAeTCs
HeN3BEeCTHBIM.

2. JuarHocTukKa peaKux 3abojileBaHMI Ha HACTOSIIUIN MOMEHT WUMeeT psf
OorpaHuYeHui, B pe3yJbTaTe 4Yero «pegKue» IALUEHTbl OKa3bIBAIOTCS
«HEBUAMUMBIMMU» W/WIN TOJTO OXUZAIOT (UHANBHBINA AMarHo3. IlepevyeHb
CKPUHUPYeMBIX 32001eBaHMI Y HOBOPOXKIEHHBIX OTPaHNYEeH.

3. JleyeHne «pegKNX» NMaLiMeHTOB KaK B paMKax IlepeYHei, TaK U BHe UX, 3aBUCUT
OT JOCTYIIHOCTU Ka4yeCTBEHHBIX JIeKapCTBEHHBIX IIpenapaToB, WMeEIOLIuX
KIVHUYEeCKUe PeKOMEeHZALMU W COOTBETCTBYIOIIMX COBPEMEHHBIM MeTOAaM
smedyeHmns. B HacTosllee BpeMsl 3Ta JOCTYIIHOCTD OIpefessieTcss yCWINsSMNU Bpaya,
TOTOBOTO «BbIOMBATh» OPUIMHAJBHBI IIpenapaT /MAJs CBOero ImalueHTa; B
IIPOTMBHOM Cjlydyae — TALiMeHT IIOAydaeT [KeHePUK, PeMUCCUs OTCTyIIaeT U
HaCcTymnaeT 060CTpeHne, UTO YCKOPSIEeT JIeTaabHBIN UCXO],.

4. ITauMeHTCKMe OPraHN3alUU UMEIOT GOJIBLION MOTEHUUAJ AJIS YYeTa «PegKUX»
nauueHToB n nomoign mm. OZHAKO 4YacTO OHU OrpPaHMYEHBl B MMEIOLIUXCS
pecypcax, a Te U3 HUX, KTO BeJeT IOJHOLIEHHBle PerucTpel, Kak IpaBuio,
OPMEHTUPYIOTCS TOJIBKO Ha MOTPEOHOCTU «KYPUPYEMOTO» 320071eBaHNs, UYTO BiIeYeT
HEeCOTIOCTaBUMOCTh  PerucTpoB  (IOKasaTenel, JWHAMWKM) C  pasHBIMMU
HO30JI0Tn4ecKnMin GopMaMmn Mexgy co6omn.
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HAJl MATEPUAJIOM PABOTAJIN

Komanga B « Hy>kHa nomowmb» : Enmzasera SIsHeBndy, Kapuna IMunns.

Braromapmum 5KCIEpPTOB W KOJUIEr 3a IOMOLIb HAa Pa3HBIX TalaX paGoTsl U
HaJleeMcsl Ha MPOAOJIXKeHNUe O6CY3KIeHUs IPO6IeMBbl:

I'epmanenko Onbra, fupexrop OGoHpa «Cembn CMA».
Kaszapuna AnekcaHfpa, CrieanncT 1o odpauieHnsam bO «Xpymnkue mopms.
Kyparosa AseHa, pykoBoauTenb poHaa «JJeTn-6a60ouxkns.

MarBeeBa HaTanbs, Bulie-1pesugeHT O611e pOCCUNCKON 0O1,eCTBEHHOM
opranmsanumn « Bcepoccuickas accounanms s 60IbHBIX MYKOBUCLIUTO30MY.

MemepsikoBa Enena, nupekrop b® «Xpynkue aonns.
Mwios BagumMm, nnpekTop o pabore ¢ kineHTaMu, Ipsos Healthcare SL.

MyxuHa AHHA, Hay4YHBI KypaTop IpoeKkTa «Perncrp rnaumMeHTOB ¢ IePBUYHBIMU
nmmyHomebnunTHeiMM  cocTosiHMsaMu  (PTIMIC) HaunonanpHOM — accounanmum
DKCIePTOB B 007aCTU MePBUYHBIX UMMYHOZIePULIUTOBS.

Ha3zapoBa EkaTepuHa, Bpau-meTomucT aHaanTudeckoro orgena OI'BY «HMUL]
oukonorumn uMm. H. H. ITerposa» Muusgpasa Poccun.

Illep6akoBa BepoHuka, crapuimn meHensxep Ipsos Healthcare SL.

Wmmrocrpaywms: Pura YepenaHoBa.

Bamm KOMMeHTapum W TIPeAJIOKeHWs IO MaTepuany IIpuUckUianTe Ha
Nuzhna®@tochno.st
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