¢ NMOMOLLb PE[IKMM

[TTTIATOOPMA NMOAOLEPXKW
JTIOOEN C OPOAHHBIMWA
SABOJIEBAHNAMW

«[TOMOLLb PEOKVM»

O npoekTe n passutum opdpaHHoun coepbl B Poccun



«[MomoLub pegkum» — 310 Nnatopma nopaepXxku nogen ¢ pepkumm (opdaHHbIMK) « MOMOLLb PEIKUM
3a60n1eBaHUAMHU, KOTOPAS AKKYMYTIMPYET nosie3Hyto nHpopmauuto o bonesHsx

M cnocobax Ux nevyeHus, a TaKXKe pasBUBAET CEpPBUCHI A/ BpAYen, NALUEHTOB,

6narorBoputenbHbiX GOHAOB U dAPMALEBTUYECKUX NPOU3BOOUTENEN.

[MpoekT ctaptoBan B 2021 ropy.

PacckasbiBaem PassuBaem 6asy sHaHWUM 70 0 0 -+

0 3a60neBaAHUAX B J,OCTYMNHOM

dopme
[Topbopkn Hay4YHbIX Nybnukaumnmn, nepesoabl, MeOULUNHCKMNX CNeunanncToB

300+ ctaten u UHTEPBbIO cepBnC NONCKA MO CMMINTOMAM pPeaKunx 3AperncTpmnpoBaAs/iMCb B MPOEKTE
0119 NAUMEHTOB HA nopTtane bonesHewn 3a 2,5 rona
[Tomoraem HAUTHN NOMOLLLb, [MpoBogum obpasoBaTesnbHbie Ectb BONpoc unm npes

P,
PACCKA3biBAEM, KOK peanin3oBaTb MeponpuaTus n cospgaem 6aHk coTPyRRWHECTBA:
CBOM NPABA HA Ne4YeHue BUOeONeKLUn
Katanoru bnarorsoputenbHbix $oHOOB, Bpayewu, HanuwmTe HaMm
MeONLUNHCKUNX Y4 e)i(,D,eHMl)’I, MHTEPAKTUBHbIE eXXerogHble KOHepeHUuUnnn 014 B G‘-Ie[;l, 8 u u

N " ber " info@rare-aid.com

NPABOBbIE MHCTPYKLNM 100+ Bnpgeo ons spayen



mailto:Info@rare-aid.com

OpHa n3 3agay noprTana — OTPAXATb K/oYeBble “v MOMOLLb PEIKMM
cobbiTva B opdaHHOU chepe U OeNnnTbCsl 3TOU
nHdopmaumen ¢ LULMPOKOU aygutopmen

KAKWE 3BABOJIEBAHUA CHUTAKOTCA PEOKMMU (OPOAHHBIMW) B POCCUIN? 7]
KAK AUATHOCTUPYIOTCA PEOKUE SABOJIEBAHNA B POCCUNIN? 5-6
KAKVE FTOCYOAPCTBEHHbLIE MPOrPAMMbI OEVNCTBYIOT OJ19 NALUMEHTOB C PEOKMIW 3ABO/TEBAHNSAMWN? 7
KAK MALULWMEHTAM C PEOKUMW BABOJTEBAHUAMU MOMOTAIOT BJIATOTBOPUTEJIbHBIE ®OHAbI? 8-9

NMHNLUUNATOPbI COBO0AHNA MOPTAJA «MOMOLLUb PEOKAM» N UHOOPMALIMOHHBIE NMAPTHEPbBI MPOEKTA 10



Kakue 3aboneBaHus cunTaroTcs pegkumm ~ MOMOLLb PEKMM
(opdaHHbIMK) B Poccun?

K opdaHHbIM B Poccumn oTHocaT 3aboneBaHus, pacnpoCcTpaHeHHOCTb KoTopbix coctasnseT He 6onee 10 cnyuaes Ha 100 Thicay yenosek .

Ckonbko B Poccumn moxxet 6biTb NALNEHTOB 2+ MIH YenoBek”
C peaKkummn 6onesHAMKU? nnun 1,4% HaceneHus

1300+ nauueHTOB 3500+ nauuneHTOB 6/7 nauneHTOB 22 nauuneHTa

CO CMUHASIbHOM MblLLEYHOU aTpoduen C MYKOBMCLIMAO30M MO AAHHbIM C aKpomeranueun n runodrusapHbIM c bonesHbto [Nomne nonyynnu Tepanuio
(no paHHbIM doHaa «Cembn CMA» HWW nynbemoHonornm @MBA Poccun TMraHTU3MOM MNOJYYASIN TEPANUIO 3A CYET 3a cyeT cpeacTts doHaa «Kpyr pobpa»
Ha 2023 ron) n poHpa «Kpyr gobpa» brooxeTHbix cpeacTs B 2021 rogy B 2022 rogy

2500 naumneHTOB 4600+ nauuneHTOB 291 naumneHT 32 nauuneHTa

c B6ynnesHbIM aNNOEepPMONU3OM C NepBUYHBbIMN UMMYHOOEePULUTAMM c muognctpodmren [oweHHa nony4mnm c runodocdatasnen NoNy4YnIm Tepanmio
Nno OAHHbIM BraroTBopuTenbHoro poHaa No AAaHHbIM perncTtpa «Pernctp naymeHToB Tepanuio 3a cyet cpencTs doHaa «Kpyr 3a cyet cpeacTs doHaa «Kpyr pobpa»
«[leTn-60604KN» c NMNOC» HaumoHanbHon accoumaumm nobpa» B 2022 rogy B 2022 rony

aKCMnepToB B 06/1ACTM NEPBUYHbIX
MMMYyHOOEedULNTOB

1. ®epepanbHbit 3akoH «O6 ocHOBAX OXPAHbl 300poBbs rpaxaaH B Poccuinckon Oepepaumm» N2 323-P3, u. 1, cT. 44.
2. Bonkosa Hatanbs CepreesHa, Akcy OnbeuHa. Peakne (opdaHHbie) 3abonesanmns: npasoBoe perynnposaHme B Poccum n 3a pybexxom // YKypHan 3apybexHoro 3akoHoaaTeNnbCTBA M CPaBHUTENbHOro npasoseneHus. 2018, N24 (71).
URL: https://cyberleninka.ru/article/n/redkie-orfannye-zabolevaniya-pravovoe-regulirovanie-v-rossii-i-za-rubezhom (nata obpatieruns: 31.10.2023).



Kak puarHocTtupytotca pepgkme sabonesaHus B Poccuun?

« MOMOLLb PEAKUM

Ha mHormne pegkne saboneBaHusa geten TECTUPYIOT B NepBble OHW NOC/e POXAEHUS B PAMKAX FOCYAAdPCTBEHHON NPOrpPAMMbI
HeoHaTanbHoro ckpuHuHra. HaunHasa ¢ 2006 roga, Bcex HOBOPOXAEHHbIX AeTeN B CTPAHE NpoBepsanv Ha 5 sabonesaHuy,

a B 2023 rogy B 3Ty NPOrpamMmy BKOHUAN eLLe HECKOMbKO AeCATKOB NaTonormin . PaclumMpermne nporpammbl HEOHATANBHOTO CKPUHMHIG
CBSI3AHO C TeM, YTO ONS PAAA peaknx 3aboneBaHni cyllecTeyeT apPpekTMBHOE NeYeHne, MOSTOMY UX BAXHO BbISBMATb KAK MOXHO PAHbLLE,
BK/1lOMAS NPeCMMNTOMATUYECKYIo cTagmio. [1nsa Bcex aeten, poXXAEHHbIX HO TEPPUTOPUU CTPAHBI, 9TOT TEeCT NPOoBOANTCA BecnnaTHo.

C 2006 no 2022 rogpbl

5 saboneBaHumn

DeHnnketToHypus
BpoxaeHHbIM runoTnpeos
[anakTozemus

ALpPEeHOreHUTANbHbIM CUHOPOM

+ + + + +

MykoBucumnpos

C 1 anuBapsa 2023 ropa

40+ 3aboneBaHun

Knaccuyeckasa deHunketoHypus; peHnnketToHypus B
BpoxaeHHbIM runotupeos

MykoBucumnpos

HapylweHne obmeHa ranaktosbl (ranakrosemus)

ALpPEHOreHNUTANbHbIM CUHOPOM

+ + + + + +

AL peHOoreHNTanbHble HAPYLUEHUS, CBA3AHHbIE C OePnLUTOM
depMeHTOB

+ [Hdednumt 6GnotnHmMaass

Opyrve suabl runepdenmnnanaHmHemum (oednumt cnHtesa
6ronTepunHa, AedLUT PeaKTUBALUN BUONTEPUHA)

TupoanHemus
+ bBonesHb ¢ 3anaxom KfIEHOBOro CMpona Moum

[lponnoHoBas aumnpemuns

+ + + + + +

IsoBanepunaHoBas aumpgemms
3-rngpokcn-3-meTnnrnyTapoBas HegOCTATOYHOCTb
Beta-keToTMONA3HASA HE4OCTATOYHOCTb

HapyLueHns obmeHa xxunpHbix knenot (pasnmyHble Buabl)
[oMoumnCTUHYpUS

HapyLuenns obmeHa umkna moyeBuHbl (LUTPYNIMHeMus,
VN |; aprmHasHas HeQOCTATOYHOCTD)

HapyweHns obMmeHa nnanHa n rugpoKCUNmMsmnHa
(rnyTapoBas auupemus, Tin |; ryTapoBas auuaemus,

1N |l; gpeTckasa cnMHanbHAs MblevHas atpodus, | Tmn
(BepouHra-foddmana)

[lpyrve HacnepcTBeHHble CNNHANbHbBIE MblLLEYHble ATPodum

[TlepBUYHbIE UMMYHOOEPULMTDI

1. Mpukas MuHncTepcTBa 3apaBooxpaHeHmnst Poccuiickon Qepepauum ot 21 anpens 2022 r. N 274+ «O6 yTBep)AeHUM NOPSAKA OKA3AHUS MeAMULIMHCKON NOMOLLM NALMEHTAM C BPOXAeHHbIMMU 1 (MNK) HacneACTBEHHBIMY 30601EBAHNSIMU,



Kak puarHocTtupytotca pepgkue sabonesaHus B Poccuun?

Hapsaay ¢ nporpamMmon MaccoBoro HEOHATANIbHOIO CKPUHUHIG, B PAMKAX KOTOPOU HA peakue 3aboneBaHNs TECTUPYIOT BCex
HOBOPOXAEHHbIX AeTel, B CTPAHE AeNCTBYET HECKObKO NPOrpamMm cenekTneHoro (BbI6opoyHoro) ckpmHunHra. OHM NpoBOaSTCS

A4 NAUNEeHTOB, KOTOPbIE BXOOAT B rpyrrbl PUCKA, TO €CTb UMEIOT MeONLNHCKUE NMOKA3AHUA ON14 npoBeneHnd NCCrieoBAaHNS.

Takne nporpammbl OeUCTBYIOT AN1S BbiSIBNIeHUS cnefylowmnx 3aboneBaHun:

+ [vnodocdharasus
+ BonesHb Pabpwu
+ bonesHb [owe
+ Mykononncaxapugosbl

+ W ppyrux pegkux naronormm

& NOMOLUIDb PEOAKUM



Kakne rocygapcrBeHHblie NPOrpamMmMbl AEUCTBYIOT

019 NALUMEHTOB C peaKnmMu 3aboneBaHMaMKU?

NMPOIrPAMMA

OP®AHHbBIE SABOJIEBAHUA
NN UX TPYTITbI

OPNHAHCUNPOBAHNE

KOJTIMYECTBO NMALUVNEHTOB
HA OBECIEYEHINA

BO3PACTHAA MPYTIMNA

NMPOrPAMMA «14
BbICOKO3ATPATHbIX
HO30J/10M NN »

11 saboneBaHnn

remopunms, MykoBncLMO03,
rmnodunsapHbIN HAHU3M, bonesHb
[owe, 3nokayecTBeHHbIe
HOBOODOPA30BAHUSA NMMPONOHOMN,
KPOBETBOPHOW U POLACTBEHHbIX MM
TKAHEW, IOHOLLECKUN ApTPUT

C CUCTEMHbBIM HAYASIOM,
MYKOMONINCAXApuaos u gpyrue.

®epepanbHbiv 6loaxeT PO

26 TbicsY NnAUUEHTOB

[eTtn n Bapocnbie

1. MoctaHoBneHue Npasutenbctea PP ot 30 uiona 1994 r. N 890

MEPEYEHb PEOKUX
YXUSHEYIPOXXAKOLLNX
3ABO/IEBAHUIN

17 3aboneBaHun

[lapokcmamanbHas HOYHAS
reMornobunHypus, nguonaTmyeckas
TpombouunToneHnyeckas nypnypaq,
TUPOSMHEMMS, TOMOLIUCTUHYPUS,
ranaktozemus, 6bonesHb Pabpwy,
6oneaHb HumanHa-INuka,
He3aBepLUEHHbIW OCTeoreHes

n opyrue.

PernoHanbHbin 6iogxet PO

15 Tbhics4 nauneHTOB

[leTtn v B3pocnbie

OOHAO «KPYI OOBPA»

88 zabonesaHumn

CnvHanbHas mblllevyHas aTpodus,
mmopnctpodus [ioweHHa-bBekkepa,
runodpocdarasms, HenpobnactToma,
Ty6epo3HbIN CKepos,
HenpodpnbpomaTos, BynesHbIN
aNNOEPMONN3 N OpYyrue, d TaKxKe
3a0601eBAHUSA U3 NPOrPAMMBI

«14 B3H» (y nauuenTos oo 19 ner).

depepanbHbin 60gxeT PO

23 TbicAuYM peTeu

Netn n nauueHTbl go 19 nert

2. MNpepnonaraemoe konmyectso opdpaHHbIx naumeHTos (1,4%) oT KonM4ecTBa YeNOBEK C YCTAHOBAEHHOW HBanuaHocTbio | 1 Il rpynn no garHbim Pocctata Ha 2023 (5,8 munnvoHa yenosek).

& NOMOLUIDb PEOAKUM

NbroTbl MO NHBATNOHOCTI?®

10+ saboneBaHumn

[enaTouepebpanbHas anctpodus,
PEHUNKETOHYPUS, OCTPAs
nepemexarLLascs noppmpus,
OHKOJornyeckmne sabonesaHus,
remaTonoruyeckme 3abonesaHus,
uuToneHms, AoamcoHoBsa 6onesHs,
npeXxneBpeMeHHoOe NooBOe pA3BUTME

n opyruve.

PernoHanbHbin 6iogxeT PO

Bonee 80 Tbicsiy yenosek

[eTtn n Bapocnbie



Kak naumneHTam ¢ pegkummn saboneBaHnssMm nomoratoT
6narorBopuTtenbHblie GOHAObI?

B Poccumn pabotaet 6bonee 10 Tbicay 6narotBoputenbHbiX GoHAOB. HeCcKonbko COTEH M3 HUX MOMOTrAIOT NOAAM C OPPAHHBIMY
sabonesaHmamn. Kak npaBmnno, oHM OKAsbIBAKOT AOPECHYIO PUHAHCOBYIO MOMOLLb HY>KOAIOLLMMCS CEMbSIM, HAMPUMEP, MOMOTAIOT
ONNaTUTb T€ OUArHOCTUYECKNE NPOLEOYPbI, YTO HE ONNIAYNBAIOTCS FOCYOAPCTBOM, BbIOENAKOT CPEACTBA HA Npoesn, 40 MeCTd
nevyenus. MHorne doHObl pA3BUBAOT CUCTEMHbIE MPOEKTbI, B PAMKAX KOTOPbIX MOMOrAtoT NALMEHTAM HAXOOMUTb BpAyeun, NoiyydTb
MCUXONOMMYECKYIO U MPABOBYIO NMOALEPXKKY. Y MHOMMX POHOO0B €CTb NPOrpPAMMbI A1 MEAULMHCKMX CNEeLVANIMCTOB, KOTOPbIE XOTAT
MOBbICUTb KBANMPUKALNIO B AUATHOCTUKE U NIEYEHNN TOrO UM MHOTO penKoro 3abonesaHus.

«Kpyr pobpa»

B anBape 2021 roga onsg nogaepykkn nauMeHToB ¢ peaknmmn 3aboneBaHnamm ykasom npesugeHta PO 6bin cosgaH doHA
noanepXkn geten ¢ Tsdkensimm n pegkumm (opdpanHbiMm) 3abonesanunamm «Kpyr gobpa». Cpeactea B «Kpyr gobpa» noctynaiot
3a cyeT nosbiweHHoro HOADS1 gna rpaxpoaH Poccuu, poxoabl KOTOPbIX NPEBbLILLAOT 5 MH pybnen B rog,

& NOMOLUIDb PEOAKUM

23 000+ 210 mnpg pybnen d Kp\raobpa

Ha Takyto cymmy 3aktoueHbl KOHTPAKTbI

,u,eTef/'l, KOTOPbIM MOMOLLb OKA3dHA UMn 6y,£|,eT N OoroBopbl HAO MeONLUNHCKYO NMOMOLLLb,
OKA3dHA HA OCHOBAHWMU O,D,O6peHHbIX 3d4BOK MOKYTKY NEKAPCTBEHHbIX MpenapartoB

(no gaHHbIM Ha koHew, 2023 rooa) n megmanenui ¢ 2021 no 2023 roapbi ¢OHE,KEYFE,O6PG.F)42



https://xn--80abfdb8athfre5ah.xn--p1ai/

OT10 NULIb HeboNbLLASA YACTb POCCUUCKUX 61AroTBOpUTENIbHBIX OPraHU3AL U
N NALUEHTCKUX obbeguHeHnn, KoTopbie NoaaePXXMBAIOT NIoEN C peaKUMK
3aboneBaHnaAMM:
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leHopepmaTosbl

Pepkune 6onesHu
nevyeHu

sUWVITA

Pak y peten n Bapocnbix
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Cnenornyxota

+ Ewe 6onee 100

OopPAHHbIX POHAOB
B KATAJIOre NpoeKTa

«[Momowib pegkum»
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Pacwennenue
NO3BOHOYHUKA

(spina bifida)


https://rare-aid.com/where_to_turn/nko/

NHnumnatopbl cospannsa noptana «llomowb pegknm» “v NOMOLLb PEAKMM
N NHPOPMALLMOHHbBbIE NAPTHEPbI NPOEKTA

NHdopmaumnoHHo-obpazoBaTenbHbIN NpoekT «MNomoLb pegknm»
CO34dH U pasBMBaeTCs Npu nogaep)kxke apmau,eBTU4ECKOU
KomnaHum <«@apmmmakc.

ol

(DapMUM3KC

+ AO «DapMumakc» — poccumnckas GpapmMaLeBTUYECKAS KOMMNAHUS, ABNSIOLLASACSH OOHUM
N3 KpynHenwnx B Poccnmn nocTaBLLMKOB NEKAPCTBEHHbIX CPEACTB U U3Oennn MeanumnHCKOro

HA3HA4YeHU4.

+ «Papmumakc» ctan nepsoun B Poccun papmaneBTMyeckon KOMNAHMEN, OCYLLECTBASAIOLLEN
NMOCTABKM NPenapaToB ANs neYeHns oppaHHbIX 3aboneBaHU: reModUnnmn, MykoBmucLMaosd,
6onesHn lowe, abpu, CMA, mnognctpodun OioweHHa n ap. KomnaHns Takke aenseTcs
NOCTABLLUKOM JIEKAPCTBEHHbIX CPEACTB AN NIeYEeHUs LLeNoro psad OHKOMOrMYecKnx
Y FeMATONornyeckmx 3aaboneBaHmm 1 MHOTUX OPYTuX.

+ «DapmMmMmake» CTAn MHULMATOPOM co3aaHus B Poccum coBpemeHHOro nporsBoacTBa
NPenapaToB U3 NA3Mbl KPOBW YenoBekd, NOogNNCAB BMECTe C OPYTMMUN YYACTHUKAMM
CneunanbHbI UHBECTULIMOHHbBIN KOHTPAKT, KOTOPbIV BK/IOYAET B ceb CTPOUTENbCTBO
3aBoAd, NNAasMoxpaHunma n cosgaHme 10 coBpeMeHHbIX Na3MOLEHTPOB 4/151 3AroTOBKM
NAAa3Mbl g5t PPAKLMOHUPOBAHUS KAK Cbipbs A5 NPOM3BOLCTBA NPENApATOB KPOBU

YyesioBeKd.

NHdpopMALMOHHBIM NAPTHEPOM NPOEKTA ABNSETCS
dapmaueBTnyeckas komnaHmsa «CkonuHdbapm».

@J CKOMUHDAPM

+ OODOO «CkonnHbapm» — of4HA U3 BeEOYLLUNX ANCTPUOBIOTOPCKUX KOMMAHUA MO NOCTABKAM
NpenapaTtoB g9 nevyeHuns opdaHHbIX 3abonesaHumn B Poccum,

+ KomnaHuga aBnsetcsa akTUBHbIM YYACTHUKOM roCYaadpCTBEHHOW MPOorpamMmbi
«14 BbICOKO3ATPATHbIX HO30/OMMIN», B PAMKAX KOTOPOM NALUMNEHTbI ¢ Hanbosee Ta)xenbiMu
n peaKkumMmn 3aboneBaHUaMM NonyyaroT becnnaTtHoe nekapcTBeHHoe obecneyveHue.,

+ B 2021-2022 rogax OO0 «CkonuHdapm» coemecTtHo ¢ PI'EHY «Mepaunko-reHeTmyeckunn
HAYYHbIN LeHTP uMeHn akagemmka H.IM. Boukosa» n OO0 «Hoeaptnc Papma» npuHanm
yyacTue B peanusdaumnm npoekTda «HeoHaTanbHbIM CKPUHUHT MO PAHHEMY BbISIBNIEHUIO
NALMEHTOB CO CMNHANIBHOW MbILLEYHOU ATpodren N NepBUYHBIMU MMMYHOOEPULNTAMM
B Poccumnckon Qepepaummn».

+ B 2023 rogy npu nopgnepxke komnaHmm «CkonnHpapm» 3anyLLeH CoLMAnbHbIN NPOEKT
O AOHOPCTBE KPOBU M NNA3Mbl «+5»,


https://pharmimex.com/
https://skopinpharm.com/

NHpopmaumoHHo-0bpasoBaTenibHbIM NOpTAn ~ MOMOLLb PEAKUM
«[lomowib pegkum»

rare-aid.com

info@rare-aid.com

Opranunsarop: OO0 «BMI», r. Mockeq, yn. HapogHas, a. 14, ctp. 3
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