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OnpepeneHne OpdaHHoro 3abonesaHnsa (FDA)

* OpdraHHOe 3aboneBaHue onpeaenseTcs Kak COCTOsIHUE, KOTOPOe 3aTparmBaeT MeHee
200 000 4yenoBek no Bcew cTpaHe.

» Cloga BXoOsT Takne 3HakoMble 3aboneBaHust, kKak MykoBucLUnao3a, 6onesHs J1y Nepura u
cuHapom TypeTTa, a Takke Takme He3HakoMble 3aboneBaHus, kak bonesHb Mambyprepa,
cuHgpom MoBa 1 akpomeranust, Unn «rmraHtTuamy. Npu HEKOTOPbLIX peaknx 3aboneBaHnsax
oonetoT meHee 100 yenoBek.

e CornacHo gaHHbIM HaunmoHanbHOro MHCTUTYTAa 3p,paBooxpa (NIH), B COBOKyI'IHOCTI/I
opdraHHble 3aboneBaHUst NopaxarT 40 25 MIH amMepuKaHL| m y KaKk cama
rpynna, Tak n MouUcK yie4eHns ans HUX ABATCS cepbe3ﬁpm npo Lec eHHoro

30PaBOOXPaHEHNA. '

https://www.fda.gov/drugs/drug-information-consumers/orphan-products-hope-people-rare-diseases '
[ Ty



https://www.fda.gov/drugs/drug-information-consumers/orphan-products-hope-people-rare-diseases

Ctatyc opdaHHbIX 3a0oneBaHUN

EMA (http://www.ema.europa.eu/emal/index.jsp?curl=pages/regulation/general/general_content_000029.jsp):

+ 3aboneBaHue OOMKHO NoAnexartb NeyYeHnto, NpodunakTnke NN QMarHoCcTUKe, ecriv MUMEET MECTO Yrpo3a XXU3HU UITU XPOHUYeCcKas
WHBanNuUAHOCTb;

* PacnpocTpaHeHHOCTb AaHHoro 3abonesaHuns B EC gormkHa He npesbiwatb 5 Ha 10 000; unu ecnu HET 4OCTOBEPHOCTU TOrO, YTO
MapKETUHT fIEKapCTBEHHOrO nNpenaparta B KOHEYHOM pe3ynbTaTte onpasgaeT UHBECTULNKN, HeoBxoauMble Ans ero pa3paboTku;

* He yTBEepXKAeHbl yaoBNeTBOpPUTESIbHbIE METOObl ANArHOCTUKN, I'IpOCbI/IJ'IaKTI/IKI/I nnn nedeHna 0aHHOro COCToAHuA, Unn, ecrin TakoBble
CyLWEeCTBYHKOT, TO JieKapCTBO AOJIXXHO NMPUHOCUTb 3HAYUTEJNIbHYHO Nonb3y nMmuam , CTpagarowmmMm OT 3TONo COCTOAHUA

US (https://rarediseases.info.nih.gov/diseases/pages/31/fags-about-rare-diseases)::

* B CoeauHeHHbIx LUTaTax pegkoe 3aboneBaHne onpeaenseTcs Kak CocToaHne, Kotopoe nopaxaet meHee 200 000
YyenoBek. JTo onpeaenenune 6bino paspadoraHo KoHrpeccom B Akte 06 OpdhanHbix [Npenapartax 1983 roaa.

Japan (https://www.ncbi.nIm.nih.gov/books/NBK11567/# A767): :

* CrtaTba 77-2 3akOHa 0 NekapCTBEHHbIX cpeacTBax AnoHMM NpegycmaTpuBaeT Tpu Kputepua onpeaeneHmst opdaHHoCTu. (i)
KONMYeCcTBO NOCTpadaBLUNX NAaLMEHTOB AOMKHO ObiTb MeHee 50 000 Ha anoHCKMX Tepputopusix, (i) 4ormKHa UMETb MECTO
MeauUMHCKast HeobXoaMMOCTb NMpU OTCYTCTBUM anbTepHaTuB Unn 3PEeKTUBHOCTL U Be30NacHOCTbL Ha3Ha4YaeMoro npenapara goShkHa
ObITb BbILLE, YEM Y UMEIOLLINXCA NEKapPCTB UK BMeLLATENbCTB, (iii) AormkeH 6bITb BbICOKMA NOTEHUMan ans oakTM4yeckoro pa3suTus
(TeopeTnyeckasa ocHoOBa AN UCNONb30BaHWs nNpenapara 1 OCyLWeCTBMMbIN NfiaH pasBuUTUs). XOTS 3TO NPSIMO HE yKas3aHo B
Kputepusix, 3abonesaHne OOMKHO NPeACTaBnATb PUCK AN XKU3HN. 3asBUTENSM PEKOMEHOYETCSA U3NULLHE He YyrnybnaTbecs B cyb-
KaTteropmsauuio 3abonesaHuns, UMesa Lenbio CHKeHne konndecTtsa cny4daes Huxke 50 000.

OrphaNet (https://www.orpha.net/orphacom/special/eproc_SOPs.pdf ):

» 3anucu o 6onesHsax B 6ase gaHHbIX OpdhaHeTa COOTBETCTBYIOT peakum 3abonesaHnam (B EBpone oHW onpegeneHbl Kak uMmetoLme
pacnpocTtpaHeHHOCTb Huxe 1/2000) nnu pegkum oopmam obLmx 3abonesaHui, paccmaTpuBaeMbIX Kak YHUKanbHble SBNEHNS n3-3a
NXx cneundnyeckoro NposiBreHust, Tpedyowero 0cobon KNMHUYECKON 3KCNEPTU3bI.


http://www.ema.europa.eu/ema/index.jsp?curl=pages/regulation/general/general_content_000029.jsp
https://rarediseases.info.nih.gov/diseases/pages/31/faqs-about-rare-diseases
https://www.ncbi.nlm.nih.gov/books/NBK11567/#_A767
https://www.orpha.net/orphacom/special/eproc_SOPs.pdf

AKTyanbHOCTb op¢raHHbIX 3aboneBaHun

HoBble peakue 3aboneBaHusi OOHapYXMBaOTCA KaXabI roq,.

BonbluMHCTBO 3aboneBaHnin HacNeayTCS U Bbi3biBAOTCA MyTaUusiMy reHoB. [dpyrue
MOryT ObITb NPUOOPETEHLI B pe3ynbTaTe 3KONMOrMYeCKUX U TOKCUYECKUX YCIOBUNA.
MHorve peakvne 3aboneBaHUs UM COCTOSIHUS TPYAHO ANArHOCTUPYHOTCS M fneyaTcs,

NMOTOMY YTO Ha PaHHUX CTaaUAX CUMNTOMbI MOTYT OTCYyTCTBOBaATb UJTM MaCKMNPOBATbCA,

?ea MOXET .
3aHATb OT oAHoro Ao naTu net. Y ntoam yacto HaCTOﬂvOﬂMDOB bl MoryT He

MaumeHTamMm 4YacTo NpuxoauTcsa npeogoneBaTb OonbLU aCCTOFI bl {/_H‘OCGTI/ITI:

HENPaBMJIbHO NMOHNMATbCA UJTAN I/I,El,eHTI/ICbI/ILI,I/IpOBaTbCFI K?yrwe 3aboneBaHus.
YH

Onsa TpeTu niogen ¢ peakum 3abonesaHnem rlonyqume

BCTPETUTb HMKOIO APYroro ¢ Taknum e 3aboneBaHneM.

KBanMULMPOBaHHbLIX CNeLmnannucToB, U pacxoabl, CBS'-I3aHHbIe C ,El,l/IaFHOCTI/IKOI/I o

fieyeHreM 1 ap, MoryT ObiTb HEMOMEPHbLIMMU. \
[ Ty '




Penkune 3aboneBaHnsi O4EHb CITOXHbI - CErOAHA Mbl
3HaeM O4YeHb Marso O DOMNbLUIMHCTBE PeaKnx
3abonesaHnm

30%)

neTen,
POXOEHHbIX C
peakuMn

3aboneBaHnsaMU,
K coXXaneHuto He

OOXMBAKT A0
CBOEro NATOro
OHA poxaeHus

Bonee

50%

OpdaHHbIX
3aboneBaHuni
Ha4YMHalTCS B
petcTee’

Bcero
N3BECTHO
OKOoIno

7000

peaKux
3aboneBaHun?3

95%

pennx 6onesHeu
He UMetoT
neveHus °

[Mpn opdhaHHbIX
3aboneBaHusax
M3BECTHO OKOJO

COTHU

BMOOB
reHETUYEeCKNX
HapyLLeHUI

807

Oxoro

BCeX opdraHHbIX
3aboneBaHun —
reHeTU4ecKoro
reHesa*

1. EURORDIS 2005; 2. Global Genes accessed October 2015; 3. Engel 2013; 4. Bavisetty et al 2013; 5. Miyamoto et al 2011



Y 6onblUMHCTBA NaLMEeHTOB C peAKnMn 60ne3HAMU HeT
[OCTYynNna K MTHHOBALUMOHHbLIM MeTo4aM Tepanuu

EanHWYHBIE 1y BoobLLE OTCYTCTBYIOT
nporpaMmmsbl KIMHUYECKNX pa3paboTok ang
bonbLMHCTBA opdaHHbIX 3aboneBaHum *

Marno cneunanmctoB B obractu npoBeneHUA

KMMHUYECKOW OLEHKM A5 NonyYeHns
0A00peHNs HOBbIX NpenapaToB 2

KnnHuyeckmne nccnenoBaHns U coop nocT-
PErncTPaLMOHHBIX KIMMHUYECKUX OJaHHbIX
HeobxoauMbI ANt NOCT-MaPKETUHIOBOTO
onobpeHust 2

LocTyn K MeAULIMHCKOMY CEepPBUCY
3aTpyaHEH UMY HEBO3MOXEH OIS
BonbLUMHCTBA NALMEHTOB 2

YpoBEHb AOCTYNHOCTM TEpanuu 1 BpEMEHN
OT ANarHOCTUKM A0 UHULMALUN NEYEHUS
BapuabeneH B pa3HbIX cTpaHax 2

PykoBoacTtea no nevYeHuo
pa3paboTaHbl ANa eANHNUYHbIX
Ho3ornorun *

[TpobrnemaTn4yHoO OLIEHUTb 3HaYeHne
Oones3Hn n ee NnocneacTBus 2

1. EURORDIS 2005; 2. EUCERD 2014; 3. EURORDIS 2009



Bonpoc nonntuku: YCKoOpuTb NpoLecchbl perynmpoBaHusd 3a cHeT
nydyiiero onpeneneHUs U BHeApPeHUA

Mpumepbl no Nyywasn
[oka3aTenbHOCTb
cTpaHam npakTuka

MpuemnemocTb

MpaBUTeNbLCTBO AOMKHO NPUHATH YCKOPEHHbIN NpoLecc perynmpoBaHuUsl, KOTOPbIA BKNOYaeT:

* YctaHoBneHue 4eTKMX TpeboBaHUM K NPU3HaHUIO OpPaHHOCTU, YETKUX TpeboBaHUN NO ANMUTENBHOCTU UITU SKOHOMUYHOCTU KITMHUYECKUX UCTIbITaHUN;
* [MpuMeHMMOCTb perynmpoBaHuA KO BceM opc¢aHHbIM nnekapcTBeHHbIM cpeacTBam (OJIC);

* [pumeHeHUe Ha npaKkTuke.

Kutan Poccus
Bce nekapcTBa, ykasaHHble Ans « peakux 3aborieBaHuniny (pak, JlekapcTBa, umetoLLme ctatyc opaHHbIX, 6yﬂyT
negmaTpuyeckme npenaparbl U npenapatbl, IPEBOCXOASALLME MoABepraThCs CrieLyanbHoi NpoLeaype HOPMAaTUBHOTO

nmeroLumecs TepanesTuieckme BO3MOXXHOCTM) MOTyT 5 DACCMOTPEHMS, COKPALLEHHOM 10 3—6 MecsILes.
ucnone3oBatb CneunaneHbiv INyTe Pernctpauum - 3eneHbin

Kanan. C masa 2017 roga MUHUCTEPCTBO 30paBOOXpPaAHEHUS MpeTeHaenTsl Ha OJ1C AomkHLEI NpeaocTasuTL
06baBuno, 4to nponssoautenn OJIC MoryT nogaTh 3asBKy Ha MuHucTepcTBy 34paBOOXPaHEHNS! OKYMEHTbI,
COKpALLEHNE WUIIN OTKA3 OT KIIMHUYECKMX UCTbITaHUIA, YTOBbI noaTBeEpXXaatoLLme cTaTtyc opchaHHOCTM 3a npedenamm
YCKOPWTb NPOLIECC perncTpaumu. Poccun.

B CLLUA yckopeHHble NporpamMmbl OKasanvcb 04eHb YCMELHbIMU B MPeoCTaBneHnn naumeHTam 6ornee paHHero AocTyna K HoBbIM NlekapcTBam. Kpome Toro, ¢ MOMEHTa BKITHYEHUS

3TUX YCKOPEHHbIX MpOorpamMM, BPEMSI paCCMOTPEHNSA MAPKETUHIOBbLIX MPUNOXEHUI NPOrPECCUBHO CHMXanochb ¢ 1992 roga u, ctano Kopo4e, YeM ANs OpYruX PerynympyoLmMx OpraHos,
KOTOpbIE HE MpeanaralT ConocTaBumMoro npouecca. [1]

* YckopeHHbI npouecc perynvpoBanus B CLUA no3sonmn cokpatutb CPokM paspaboTky U NepecMoTpa NiekapcTs Ans feveHns opchaHHOro paka (MeguaHHoe 3HaveHure - 5,1 roga gns
OJNC, npotus 6,9 roga — ona He-OJ1C). [2]

CTpaHbI C pa3BUTbIMA CUCTEMaAMU 30PaBOOXPaHEHNA, KOTOPbIE pacCMaTpuBaroT UITA YXXe UMEIOT yCKOpeHHbIﬁ npouecc perynmpoBaHua onda npenBapuUTeribHOro peryrnnposaHuA
paHHero gocryna.

[1] - FDA, FY 2012 innovative drug approvals. FDA, Washington, DC; 2012. Available from: http://www.fda.gov/AboutFDA/ReportsManualsForms/Reports/ucm276385.htm

[2] BMJ (2015), “Trends in utilization of FDA expedited drug development and approval programs, 1987-2014: cohort study.” Available at: http://www.bmj.com/content/351/bmj.h4633




Monutuyecknn Bonpoc: HaunoHanbHbIN Olo4XeT pacnonaraeT (puHaHCcMpoBaHueM Ansa opgaHHbIX
neKapCTBEeHHbIX CPeAcTB, HO (hpMHAHCUpPOBaHUEe OrpaHU4YeHO U YCTOMYMBOCTL €ro He onpeaerneHa

Mpumepsbl no Nyuwasn

[oka3saTte

MpuemnemocTb

cTpaHam npakKkTuKa

JIbHOCTb

Ha o6uecTBeHHOM pbIHKE NPaBUTENILCTBO [OMKHO obecnevynTb ageKkBaTHOEe HauMoHanbHoe hMHaHCUpPOBaHMe BCeX JIeKapCTBEHHbIX CPeACTB ANs fevyeHns opdaHHbIX
3aboneBaHun (OJIC) ana Bcex Hy>KAaroLWMXCA NaLUUeHTOB NyTeM:

* Hanunuma rubkoro mexaHumama chuHaHCUPOBAHUS, KOTOPbLIA NO3BOMNSAET NALUUEHTaM Nnosny4yaTb MHHOBaLMOHHbIE METOAbI NIeYEeHUS.

* CneuuanusupoBaHHOro c¢puHaHcupoBaHusA ans cneuuncgpmnyeckon Tepanum u/mnm OJIC B Lenom, ecnu TpedbyeTcs AonNonNHUTeNbLHoe PMHAHCUPOBaHue.

* Hanuumsa gencrTByOWMX pblYaroB Ans nNpefoTBpaLleHUA permoHanbHoro/MecTHoro oMHaHCUMpPOBaHUSA, NPUBOASLLEro K HepaBHoMy aoctyny k OJIC B cTpaHe.

TanBaHb

B HaumoHanbHOM rnobansHoM GroakeTe cyulecTByeT HaunoHansHoe MeguumHckoe
CrtpaxoBaHue gnsa OJIC. BoamelueHue 3a OJIC nokpbiBaeTcst 3TM (hMHAHCMPOBAHNEM.

HepocTaToyHoe rocygapcTBEHHOE hMHAHCUPOBaHUE NPUBOANT K 3agepkke AocTynHocTv naumnenTtam OJIC. [1]
LleneBoe chmHaHcMpoBaHmne GbINo NOABEPrHYTO MONMTUYECKOMY NEPECMOTPY - Hanpumep, B Lotnananm, Utanum n B AHrnmm (PoHg no 6opbbe ¢ pakom). [2] [3] [4]

PervonanbHoe dhmHaHcnpoBaHmne cnocobcTBoBano nameHeHmam B goctynHoctu OJIC B Lotnangum n Utanuum. [5]

CTpaHbI C pa3BUTbIMU CUCTEMaMU 3[0paBOOXpPaHEHUA, C ©onbLInM 06LLLECTBEHHBIM PbIHKOM NnaTenbLUNKOB, KOTOprIZ YXKe obecneynBaet NOKPbITME HEKOTOPOIo

(orpaHn4eHHoro) konmyectBa OJIC B pamkax CBOMX rrobanbHbIX O0KETOB 30paBOOXPaAHEHMS.

[1] - https://mckellinstitute.org.au/app/uploads/McKell-Institute-Funding-Rare-Disease-Therapies-in-Australia-Nov-2014.pdf
[2] Adams B. Scotland creates fund for rare diseases. 2013. http://www.pharmatimes.com/news/scotland_creates_fund_for_rare_diseases_1004243.
[3] AIFA (Italian Medicines Agency). The independent research on drugs. 2016.

[4] NHS England Cancer Drugs Fund Tram. Appraisal and Funding of Cancer Drugs from July 2016 (including the new Cancer




NMNonutnyecknm Bonpoc: Het peectpoB ansa opdaHHbIX 3aboneBaHUN

Mpumepsb! No Nyywas

Hoka3aren

NMpuemnemocTtb

cTpaHam npakTuKa

bHOCTb

B cTpaHax, rae HeT NonoXeHUn, NpaBUTENbCTBA AO0MKHbI NOCTaBUTb LieNb:

* BHeapuTb KOMNbIOTEPU3UPOBaAHHbLIE peecTpbl 6onesHen, YTO NO3BONMUT Jyylle yrnpaBnATb 60ne3HAMM B 60nbLION NonynAauun. ATO MOXKHO HaYMHaTb C
onpeaenieHHbIX PETMOHOB C Liefibi0 CO3AaHusA B AaNbHENLIEM LieHTPann3oBaHHON CUCTEMbI.

* HauaTtb c Haubonee KpuTnYeckux opaHHbIX 3a6oneBaHMN ¢ TeM, YTOObI B OyayLlueM pacnpocTpaHUTb ONbIT Ha Apyrue opcaHHble 3aboneBaHUA.

Kurait BbeTHam Yexusa
CyLLEeCTBYHOT HECKOJIbKO HALMOHAIbHbIX UMK Yewickas Pecnybnuka nveet 4 HaunoHanbHbIX
Kutamckui AnbsiHe no Npodunakivke u JleHeHUto pegKmx pervoHarnbHbIX PEecTpoB MO peaknum peecTpa no cneumdnieckum pegkum 3aboneBaHnsaM,
3ab60n1€eBaHMIM 3aNyCTU HAaLMOHANbHbIA NMUAOTHBINA NPOEKT 3aboneBaHNAM B TOM 4ncrie ABa roCygapCTBEHHbIX peecTpa Mo
Mo pasBUTUIO 3[|paBOOXPAHEHNS B 061aCTN pefKnX MYKOBUCLMAO03Y U XPOHUYECKOW HENTPONEHUN 1 ABa
3a6oseBaHmni (100 MEAULMHCKMX LeHTPOB B 13 YaCTHbLIX KOMMEPYECKMX PEECTPa MO MbILLIEYHOW
MPOBUHLMSAX). ANCTPOPMM 1 MblLLIEYHOM aTpodunm.

* OkcnepTbl 06LWEeCTBEHHOMO 34paBOOXPaHEHMS BCELIENO NOAAEPKMBAIOT NPOEKTLI perncTpaumm nauneHtTos. HaumoHanbHas Oprannsaums no Pegkum 3abonesaHnsam
(NORD), EBponetickaa OpraHusaumsa no Pegkum 3abonesaHuam (EURORDIS) n Kanagckas Opranmsaumsa no Pegkum 3abonesaHusam (CORD) ony6nukosanu
COBMECTHOE 3asiBIieHune, Npu3biBatoLLee NpU3HaTb peecTpbl NauMeHToB rnobanbHbIM NpuopuTeTOM B 06nactu pegkux sabonesanuni. [1]

* [ocTaToyHOCTb KanuTana n JOCTYNHOCTb CTPYKTYP, MO3BOMSAOLWMX MOEHTMULMPOBATbL NALMEHTOB MO BCEN CTPaHe.
* ApekBaTHas OuarHOCTUKa U reHeTu4Yeckoe TECTMPOBaHME peakux 3aboneBaHuni.
* [HocTatoyHasi KOMMYHUKaLMS 1 UMdpoBasi MHPpPaCTPYKTypa 4118 CO34aHUS LIeHTPannM3oBaHHOW CUCTEMBI MO BCEW CTPaHe.

[1] - https://academic.oup.com/annonc/article/27/1/96/2196458/Early-market-access-of-cancer-drugs-in-the-EU

[2] - http://pwc.blogs.com/health_matters/2016/04/a-vision-for-the-future-of-the-uks-early-access-to-medicines-scheme.html




Hoka3atenbHocTb: CoBmecTHasa aeknapaunsa EURORDIS-NORD-CORD o peecTtpax naumMeHToB
CTaHeT rnobanbHbLIM NPUOPUTETOM ANA peaKnx 3adborneBaHUNn

* EURORDIS, NORD 1 CORD, a Takxe nayueHTbl, KOTOpbIX OHM NpeacTaenstoT B EBpone n CesepHon AMepurKe, NPU3HAIOT, YTO peecTpbl
NauMeHTOB C peakMmun 3aboneBaHnaMn NpeacTaBnsaoT coOb6oM KNYeBblIE MHCTPYMEHTLI ANS NOBbILWEHNSA 3HAHUW O peakux 3aboneBaHusx,
Anga nogaepXkm pyHaaMmeHTanbHbIX KNUMHUYECKNX U 3aNUOEMUONOrMYeCcKnX nccnegoBaHnn U NoCT-MapKeTUHIOBOro Haa3opa 3a opdpaHHbIMU
nekapcTBeHHbIMU cpeacTeamu. [1].

CoBmecTHas AeKnapauunsa 10 Knr4YeBbIX npunHUMNOB AONA peecTpoB NauneHToB C peAKUMU 3aboneBaHMAMU

PeeCprI NauMeHTOB AOMXKHbI ObITb npu3HaHbl B Ka4yeCcTBe rno6anbHoro npuoputeTa B obnacTtum peaAKux 3aboneBaHun
PeeCprl nauuneHToB C pegkmnmMmum 3aboneBaHMAMMU OOMKHbI UMETb MakCUMaribHO LUI/IpOKVIVI reorpaqmqecxwﬁ oxBaT

PeeCprI nauuneHToB C peakKmnmMmum 3aboneBaHMAMMU OOMKHbI ObITb cocpenoTo4YeHbl Ha 3aboneBaHnMu unum rpynne 3aboneBaHMK, a He Ha TepaneBTU4YeCKOM
BMeLllaTernbCcTBe

4. locTosiHHanA HanpaBleéHHOCTb Ha (*)yHKLIMOHaHbHyI-O COBMEeCTUMOCTb U NMpPMOHM3aLUNI0 MeXay PeeCTpaMI/I naumeHToB C pegkKnmMmum 3aboneBaHMAMMU
AOJI)XXHa nocriegoBaTesyibHO OCYLLEeCTBNATLCA

5. MMHMManbHbIN HAGOp O6LWMX INIEMEHTOB AaHHbIX [OMKEeH NOCTOSIHHO UCNONb30BaTLCS BO BCEX peecTpax NaLMeHTOB C peaKuMu 3aboneBaHUAMMU
6. [JaHHble peecTpPoOB NaLMEHTOB C peAKUMM 3a60NeBaHUSMU AOMKHbI ObITb CBsi3aHbl C COOTBETCTBYHLWMUMM AaHHLIMU DMobaHKa

PeecTpbl nauneHTOB ¢ peakMmu 3aboneBaHUAMU OOMKHbI BKIHOYaTb AaHHble, HENOCPeACTBEHHO cooblaeMble NaUuneHTamMu, a Takke gaHHble,
cooblaeMblie MEAULMHCKUMU paboTHUKaAMM

Cne.qyeT noowpATb rocygapcrtBeHHO-4aCTHOEe napTHepCcTBO AnA obecneyeHusn yCTOVIqMBOCTM peecTpoB NnauuneHToB C peaknmu 3aboneBaHnAMM.

MauneHTbI AOMKHbI B PaBHOW CTEeNEHU C APYrMMU 3aUHTepecoBaHHbIMU CTOPOHaMM y4acTBOBaThb B ynpaBreHun PeecTpamu naunmeHToOB C peaKuMm
3aboneBaHUAMM.

10. PeeCprl nauneHToB C peaKuMu 3a00neBaHMAMM JOMKHbI CNYXWUTb Kn4eBbIMU UHCTPYMEHTaMUN ANA CO30aHUA N paclunpeHunsA BO3MOXXHOCTEMN
cooOLecTB NauyueHToB.

FEENoRD, . GDEURORDIS  (@RD e

[1] http://download.eurordis.org/documents/pdf/EURORDIS_NORD_CORD_JointDec_Registries_FINAL.pdf



CeupetenbcTtBo: [Mpumep n3 Aurnum - Npoekt «100 000 reHoMoB»

e Genomics England komnaHus, NONHOCTLIO NpUHaanexawasa n uHaHcupyemas

HenaptameHTOM 3apaBOOXpaHeHus, Obina co3gaHa Ans peanvsauum npoekTa, no
kotopomy k 2017 rogy 6bino onpeaeneHo 100 000 nocrnegoBaTenbHbIX FEHOMOB OT
naumeHToB 13 HaunoHanbHon Cnyx6bl 3apaBooxpaHeHus (NHS). YeTbipe ocHOBHbIE

Lenn KoMnaHuu:

-Co3gaTh 9TMYECKYHO U NPO3paYvHyo NporpamMmmy, OCHOBaHHYHO Ha COrnacuu;
-MpuHecTn nonb3y 1 cos3gatb cnyxby reHoMHon MeguumHbl ans NHS;
-OTKpbITb NYTW K HOBbIM HaY4YHbIM OTKPbITUSIM Y MEAULMHCKAM B3rNsgam;
-[1aTb TONMYOK pa3BUTUIO OPUTAHCKON UHOYCTPUM FEHOMMUKN.

MpoekT onpegenut 100 000 nocnegoBaTeribHbLIX FEHOMOB npuMepHo ot 70 000
yenoBekK. YyacTHMkamu senatoTca naumeHtol NHS ¢ peakum 3aboneBaHveM, a Takke
NX ceMbm 1 BonbHble pakoMm. Llenb coctomT B TOM, 4TOObI CO34aTh HOBYIO Cy>K0Oy
reHOMHOM MeauumMHbl Ans HaunoHaneHon crnyx6bl 3apaBooXpaHeHNst AHINUKU, U3MEHNB

noaxon K fe4eHnto mogen.

MaumneHTsl ¢ pegkumn 3aboneBaHNsIMM U OHKONOrMYeCKMMU 3aboneBaHnAMN Bbinu
3auncneHbl B NHS, co3gaB ceTb u3 11 LeHTPOB NnepeaoBbIX AOCTMXXEHUN B
obnacTtyu reHoMHOW MeAULMHbLI. Ponb LEHTPOB reHOMHOW MeAULIMHBI COCTOUT B TOM,
YTOObI BbISIBNSATL M HAbMpaTb NaLMEHTOB C peakMMu 3aboneBaHnaMU, Y KOTOPLIX eLle
HeT AnarHosa, 1 NosToMy ckpuHuHr AHK Takmx naumMeHToB MOXET NOMOYb B 3TOM. [1]

[2]

NMpoekTt 100,000 reHoMOB B uudpax

100,000 reHOMOB

70,000 60nbHbIX 7]

>3 B8 LB
Y/EHOB MX CEMEN
21 nera6aiitos JaHHbIX.

1 NetabaiT My3blKkK 3alimeT 2,000 neTt
npourpeiBaHua MP3-nneiepe.

11 reHoMHbIX MEAULMHCKUX LLEHTPOB,
"

74 TpactoB HaymoHansHoi Cay»K6bl
3apasooxpaHeHusn (NHS) BoeneyeHbl B
npUBAEYEHME YH4acTHUKOB
- X . 1,500 COTPYAHMKOB NHS
£ ~ ~
: ‘ i (Bpayn, cecTpbl, NaTONOTM, Na60PaHTHI,

CI'IEL[,ME]J'IVICTI:I-FEHETHKM)

2,500 uccneposareneit n
y4YallUXcs B MUpeE

[1] https://www.genomicsengland.co.uk/the-100000-genomes-project/

[2] http://www.ntgmc.nhs.uk/2015/11/02/the-100000-genomes-project-by-numbers/
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* 3eneHbi = nyywagd npaktuka, XKentein = OK, HO HeobxoaMMbl yny4lieHusl, KpacHbli = HET 3aKOHOOATENbCTBA UIN €CTb TEHAEHLUMS K YXYALIEHWIO

*  OpdaHHble nekapcTBeHHble cpepctea (OJIC)
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