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2-4 viona 2010 roga B CaHkT-lNeTtepbypre coctoanucek V_BocToyHo-EBponenckas koHde-
pPEeHUMsS No peakumM 3aboneBaHusaM U «nekapcTBaM-cnpoTam» «Pedkue 3abonesaHusi 8 ¢ho-
Kyce rnepcoHanu3uposaHHol meduuyuHbi» u | Bcepoccuinckas koHdepeHums N0 peakuMm 3a-
GoneBaHNAM 1M peaKko NPUMEHSAEMbIM MEONLUMHCKUM TEXHONOINAM «/Jopoeaa XU3HU>.

MeponpuaTtus 6binn opraHndoBaHbl HaumoHanbHon Accouuaumen opraHmsaunin 605bHbIX
peokumn 3abonesaHmsmn «leHeTuka» (Poccus), Bonrapckon Accounaumen Copencraus
obpasoBaHuo N Hayke, bonrapckum HaumoHanbHbIM anbaHCOM NoAen ¢ peaknummn 3abone-
BaHNAMM.

B KoHepeHumax npuHano ydactue bonee 450 4yenosek u3 23 ctpaH: benapycu, benbruum,
Bonrapuun, Benukobputanun, N'epmanum, Npeunn, Npaka, Mcnanuum, Utanun, HnoepnaHgos,
Hoson 3enanguu, lNonbww, MNopTyranuu, Poccun, PymbiHnumn, Cnosakuu, CLUA, YkpawvHbl,
OunnaHgum, GpaHumm, Xopsatuu, Leenuapuu, LWeeunn. N3 Poccunckon depepaummn npu-
cytctBoBanu npeacrasutenn 20 cybbektoB: Mocksbl, CaHkT-INeTepbypra, Amypckown, Bon-
rorpagckon, Kemeposckon, JleHuHrpagckon, Mockosckon, MypmaHckon, lNeHseHckon, Ps-
3aHckon, Csepanosckon, CmoneHckon, Poctosckon, Tomckon obnacten, AnTamckoro,
KpacHogapckoro mn Nepmckoro kpaes, pecnybnuk bawkoptoctaH n TatapctaHn. Cpegun yya-
CTHMKOB Obinn BegyLwimMe yyeHble — aKcnepTbl B obnactu pegkux sabonesaHun, npaktnye-
CKMe Bpauyu, coumarnbHble paboTHWMKK, naumeHTbl (okono 60 yernosek), NpeacTaBUTENN He-
KOMMepYeCKnx 1 6naroTBopuTENbHbBIX OpraHu3auumn, npeacrasutenn EBpocotosa, EBpoko-
muccumn, Esponenckmne anbsiHcbl CEEGN (Central & Eastern European Genetic Network) u
EURORDIS (European Organisation for Rare Diseases), hapMmnpounssoguTenu.

B xope 3-x nneHapHbIX U 14-Tn caTennuTHbIX 3aceganui 6eino caenano 179 goknagos. Co-
crtodancs nepsbin B Poccnn MexxayHapoaHbIA KpYriblA CTON NauMEeHTCKUX opraHusauun, pa-
boTtawowmx B chepe peaknx 3abonesaHnn. CekunoHHble 3acedaHunst Obinn NOCBsALWEHbI pea-
KM 3ab60neBaHUAM KPOBW, NEPBUYHBIM MMMYHOAEULMTAM, PEOKAM ONYXONAM, PeAKUM IH-
OOKPUHHBLIM 3aboneBaHnsM M HapylleHnsMm obMeHa BeLlecTB, peakmum OonesHsasM opraHoB
ObIXaHus, peaKMM peBMaTnyecknm 3aboneBaHnsaM, peokum 60ne3HaM CUCTEMbI NuLLEBape-
HUS, peakum 3aboneBaHnaM HEPBHOW CUCTEMBI.

Ntorom paboTbl koOHepeHUU cTano npuHaTue Pesontounn.



PE30JIOUNA KOH®EPEHLINN

[MepcoHanuanpoBaHHas MeauuMHa N neveHve peakux 3aboneBaHui SBMSAKOTCA YaCTblo HO-
BOW napaaurmbl MeanumHbl XXI Beka — «4P Medicine» (Predictive, Personalized, Preventive,
Participatory) n1 HOBOM MOAenblo 34paBOOXPaHEHNS, KOTopas nonyyaeT Bce Oonbluee pac-
npocTpaHeHne B mupe. BosHukuwee B 80-e roabl XX Beka B CLUA (B 1983 rogy Obin NpuHAT
Orphan Drug Act onpegenuBLunii okoso 1,6 TbiCAYM M3BECTHbIX 3aboneBaHnin U CUHOPOMOB
n 300 nekapcTB, OTHECEHHbIX K KaTeropum pegkux), JaHHOe HanpaBneHue cenyac akTMBHO
pa3BuBaeTcsa. B cTpaHax, BHeApALWNX AaHHY0 MoAerb 34paBoOXpaHeHUs, NPUHUMAaKTCS
crneunarnbHble 3aKkoHoAaTemNbHble akTbl, CTUMYNUPYOLWME NHTEPEC Haykn n BusHeca K pas-
paboTkam METOLOB fneyeHns peakmx sabonesaHunin. Bce 3To ABNSETCA MOLHBIM CTUMYJSIOM K
pasBUTUIO MEONLNHCKON N CMEXHbIX HayK, reHeTUKN, B1o- 1 HAHOTEXHONOIUM.

B HacTosiee BpeMs B MMpe HaKoMNfeH OrpoMHbI 06beM 3HaHUI B 0ONacTn reHeTukn, omo-
N HAHOTEXHONOMMN. BONBbLUMHCTBO U3 3TUX 3HAHUIW MOKa HEe MOSy4YMnO NPaKTUYECKOro Npu-
MEHeHusl, N B Gnuxanwee Bpemsi cregyeT oxuaaTb MX naBMHOOOpasHoe BHeApeHne B
NPaKTUYECKYIO MEANLINHY.

B cBA3n ¢ aTMM, a Takke BCNEeACTBME YXYALLAKOLWENCs 3KOOormyeckon obCcTaHOBKM M NOsIB-
NeHWst HOBbIX MyTauui (y Kaxgoro 4YenoBeka B reHax CyllecTByeT Kak MUHUMYM 3 MyTauun
B reTepo3nMroTHOM COCTOSIHMM) KONUYECTBO peakmx 3abonesaHun 6yaet pactu (pegkve 60-
nesHu obHapyxmBatoTca n ByayT oGHapyXeHbl «BHYTPU» YacTbiX 3aboneBaHun). B HacTos-
Lee Bpems ux onucaHo yxe 6onee 5500. [Napagokc pegkoctn B TOM, YTO XOTS ©0ONesHu
peakv, nauneHTbl ¢ pegknumm 3abonesBaHns MM MHOrOYMCNEHHbI. 10 AaHHBIM 3KCNEPTOB UMK
3aTpOHYTO 6-8% MwupoBon nonynsumn niogen. Peaknx 3aboneBaHUW MHOro, NO3Tomy
npo6nema coumanbHo 3Hauuma. B Poccunckon Pepgepauum pegkoe 3aboneBaHne Mo-
rytT MMeTb He MeHee 1,5 MnH. Yyen. [1pu npaBunbHOM N CBOEBPEMEHHOW OMAarHOCTUKE U fe-
YEeHUN NPU MHOMMX pedkMx 3aboneBaHuAX MOXHO OOOMTLCA Kak MPOANneHus, Tak U 3Ha4u-
TEeNbHOro yry4lleHUsl Ka4yecTBa XU3HU naumeHTa.

Heponyctumo cyxaTb npobnemy peakmx 6onesHen Tonbko Ao npobnem GonbHbIX peaknmm
reHeTnyeckumu 3abonesaHmamu. lNpakTnyeckme BCe NpoLEeCcChl B OpraHn3me onpenenstoTcs
PYHKUNOHUPOBaHMEM reHOB. Peakme 60onesHu ecTb B Kaxaon obnactm megvumHbl. OTO He
TOMBbKO HECKOMbKO, NOCTOAHHO 3By4Yalimx B CMU n odmumanbHbIX OTYETaX, JOPOrOCTOALLMX
HO30510rMI, 3TO BOMbLIOE YUCMO OPYrMX MeHee «3aTpaTHbIx» bGonesHen. B psge cnyyaes
BHeJpeHMe HOBbIX FIeKapCTB BbIFOAHO HE TOSIbKO C MeAULMHCKOW, HO N C SKOHOMWYECKON
TOYKM 3pEHMS.

Heponyctumo cyxatb npobnemy peakux 6onesHen Tonbko Ao npobnem geten. B HacTtos-
Liee BpeMs 3TO NPUBOANT K TOMY, YTO MpU Nepexoae 13 «4eTCKOM» BO «B3POCIYyH0» CUCTEMY
3[1paBOOXpPaHEHNs YacTo TepseTCcsi MPEEMCTBEHHOCTb B nevYeHnn. MIHoraa naumeHTa npocTo
nepecTtatT neuntb 1 3abonesaHne GbICTPO NporpeccupyeT. B pesynbTtate Bce 3aTpatbl, NO-
HeceHHble 06LLECTBOM Ha nedyeHne pebeHka, okasbiBatoTCA 6ecnonesHbIMm.

Kak nokasbiBaeT 3apybexxHbii OnbIT, COBPEMEHHAA MeauLMHa 3TO He TOSNbKO MHHOBALMOH-
Hble MeaWUMHCKME TEXHOMOrMu, 3TO MHHOBAUMOHHbIE TEXHOMOMMU MEHEeLXKMEHTa, MO3BO-
nqaowme MMHAMM3MPOBATL 3aTpaTbl rocyaapcTBa M obuiectsa M NOBLICUTL OTAA4dy OT UC-
NONIb30BaHNA HOBbIX TEXHONOMMN. Tonbko MocygapcTBO CNOCOOHO, BKNIOYNB perynupytoLimne
MEXaHU3Mbl, CHU3UTb 3aTpaThbl Ha NnevYeHne 60MnbHbIX pegkuMmn 3aboneBaHMsa M N NOBLICUTb
3 EKTMBHOCTb BNOXEHUS CPeacTB B aTon obnactu. Npobnema kacaetcst He TONbKO XXN3HU
N 300POBbS KOHKPETHOrO YerioBeka, OHa Ha MpsiMylo CBA3aHa C pasBUTUEM pPbiHKA MHHOBA-
LMNOHHbIX TEXHOSOMMN B MeAMUNHE U CMEXHbIX obnacTtsx (reHeTuke, OMo- N HaHOTEXHONOINK
n ap.), CO CKOPOCTbIO BHEAPEHUS MHHOBaLUMI. be3 hopmmnpoBaHunsa focyaapCTBEHHOW NOSK-
TUKM B 3TOM 006MnacTM HEBO3MOXHO NPeoaofieHne OTCTaBaHUS M MHHOBALMOHHOE pasBuUTUE
OTEeYeCTBEHHOW MeauLMHbI, BbICTpoe N aheKTMBHOE BHEOPEHME B NPAKTUKY COBPEMEHHbIX
WHHOBALUVOHHbIX TEXHOSMOMW, pauuoHarbHOE WCMOofb30BaHWE BblAensemMblXx pecypcoB (8



psife criydae8 cmouMocmb JIeKapCmeeHHo20 cpedcmea Unu mexHoso2uu 3a pybexom 8
HeCKOosbKO pa3 dewesrie, 4YeM 8 Hawel cmpaHe).

No

8.

9.

OcHogHble npobrieMbl, cyuiecmeayruue 8 Hacmosulee 8peMs 8 Hauel cmpaHe

C oKaszaHueM MeduUUHCKoU nomMouwil 6osibHbIM pedKuMu 3abosiesaHuUaMU

OTcyTCTBME 3aKOHOB, PErynvpyowmx cuTyaumio ¢ peakuMmmn 6onesHaMmn n nekapcrtsamu
(opdaHHbIMK NpenapaTtaMn) U TEXHONOMMAMU ON1S UX fedeHnsa. 3akoHodaTenbHO He 3a-
KpenneHbl MOHATUA «pedKO UCIOob3yemMoe riekapcmeeHHoe cpedcmeo (MeduyuHcKasi
mexHoroausi)», «peakoe 3aboneBaHne», KPUTEPUN OTHECEHNS 3aboneBaHui K peakum (B
3aBMCMMOCTM OT YaCTOTbl BCTPEYAEMOCTUN TakMx 3abonesaHuni B nonynauun).
OTtcyTcTBMe ona 6onbLIMHCTBA peakmx 3aboneBaHnin COBPEMEHHbIX PETMCTPOB BONbHbIX,
obecneynBaroLLmMX MOMHOLEHHY0 0BpaTHY CBA3b U MOHUTOPUPOBaHME TEKYLLEen cutya-
Lun.

OrpaHU4YeHHOCTb UMK OTCYTCTBUE BO3MOXHOCTEW ANSA AMarHoCTUKM BOnbLUMHCTBA pea-
KMX 3aboneBaHun 1, Kak crneacTeme, HU3Kas BbISIBIISEMOCTb M 3anasiblBaHue C Hayanom
neyeHus, NpMBOAsLLME YacTo K HeobpaTMMbIM NOCNEACTBUAM.

OTcyTCcTBME €AMHbIX NPOTOKOMOB U CTaHAApPTOB BeAeHUs BOMbHbIX N0 BOMNbLUNMHCTBY 3a-
6onesaHui.

OTcyTCcTBME pernctpa MeguuUMHCKUX YYPEeXaeHU, B KOTOPbIX €CTb YCNOBUA ANs AuarHo-
CTUIKM, NleveHunsl, peabunuraumm Takmx 3aboneBaHunin, a Tak e CneunanuctoB, UMELLMX
OnbIT B 3TUX 06nacTsix.

HepocTtaTok kayeCTBEHHOM AOCTYNHOW MHopMauumn o peakmx 3aboneBaHnsx.
OTtcyTcTBME 0BpasoBaTenbHbIX NPOrpamMM, Kak Ans Bpaden NepBMYHOro 3BeHa, Tak 1 Ans
Y3KNX CNeumnanmncTos.

TpyoHOCTM B NONYyYEHUN paBHOMPABHOIO AOCTYMNa K JIEYEHWU, ecnn Takoe CyLlecTByeT
(HeadhbdpekTUBHASA, HeErMbKas cnctema nekapcTBeHHOro obecneyeHms).

CnoXHOCTK NpU NPOXOXAEHUN MEANKO-COLMAanbHON IKCNEPTMU3bI.

10.OT1cyTCTBME CTUMYIOB M YCNOBWUIA ANS pa3paboTKy HOBbIX OTEYECTBEHHbIX JIEKAPCTBEH-

HbIX NpenapaToB M TEXHONOIMMI, NpeAHa3Ha4YeHHbIX ANs NevYeHust 60NbHbIX peakummn 3a-
ooneBaHUAMMU.

11.HepocTtaTo4yHOE B3aMMOMOHUMaHWE, B3aMMOAENCTBUE M KOOpAVHALNS MeXay opraHaMu

rocy,qapCTBeHHon Bnactun, megMunMHCKMMnM n coumanbHbIMU pa6OTHVIKaMI/I 1 60NbHBLIMN.

OCHOBHbLIMU cmpameau4ecKuMU HanpasseHuaMmu 0 pa3sumus 0aHHO20 Harnpae-

JIeHUSA AB8JIAIMCA.

1.

MpuHATME NakeTa 3aKOHOB perfameHTUPYILWNX AeATeNbHOCTL B 0bnactn peakmx 3abo-
neBaHW, NEKapCTBEHHbIX CPEACTB U TEXHONOrMM (8 mMom qucrie 3aKkoHoOamersibHoe 3a-
KpernneHue noHamusi «pedkoe 3abornesaHue» U «pedKo UCIo/b3yemMoe riekapcmeeHHoe
cpedcmeo (MeduuuHCKasi MexHosI02usl)», 8KMYEHUE UX 8 3aKoHbl «Ob6 oxpaHe 300po-
8bs epax0aH» U «O6 obopome rekapCcmeeHHbIX cpeoCcme).

CosgaHue HaumoHnanbHoro CoBeTa 3KCnepToB NO peaknm 3aboneBaHuMsM U peako npu-
MEHSIEMbIM MEOVULIMHCKMMU TEXHOSOIMAM, BKAOYAIOLLEro NpeacraBMTenen opraHmsaumm
BGonbHbIX 1 (hapmnpounsBoanTenen. BeeaeHne AOMKHOCTM rMaBHOrO cneynanucta (Ko-
opAuvHaTopa) no peakum 3aboneBaHuam npy MuHUCTEpCTBE 34paBOOXPAHEHUST U COLU-
anbHoro passutna P®, a Takke AOMKHOCTEN BHELWTATHbIX MMaBHbIX CneuuMannuctoB Mo
peakum 3abonesaHuaM B cybbekTax Po.

Pas3paboTka HauuoHanbHOro npoekra no peakum 3abonesaHnam B pamkax HaumoHanb-
HOW nporpaMmmbl «340p0OBbE», MpenorararLlero paclumpeHme U CoBepLLUEHCTBOBAHMNE
CKPVMHUWHIOBbBIX NpOrpamm, yBenuyeHue OOCTYMHOCTU OUMarHOCTUYECKUX UCCnenoBaHum,
co3faHue ceTen No okasaHuto MeguLMHCKON 1 MeAuKo-coLmanbHON NOMOLLW NaunueHTam
C peakumu 3abonesaHnsMn ¢ obwien koopavHaumen mx paboTbl CO CTOPOHbI BeayLmX
HAWN.



4. PaspaboTka NpOTOKOMOB M CTaHAApTOB AMArHOCTUKW, NEeYEeHUS U MOHUTOPUHra peakux
3aboneBaHun n coctosiHun. CosgaHme pernctpoB BOMbHbLIX C Lenblo nonyvyeHns obbek-
TMBHOW MH(popMauumn O cuTyaumm, ee NOCTOAHHOrO MOHUTOPMPOBAHNA U MPUHATUA npa-
BUIbHbIX YMpaBrieHYeCKNX peLLleHUn.

5. CTumynupoBaHue pasBUTUS OTEYEeCTBEHHOrO MPOU3BOACTBA JEKapCTBEHHbIX CPeacTBs,
NPOAYKTOB AMETMYECKOrO M fieyebHOoro nutaHusa, obopygoBaHns U pacxodHblx MmaTtepua-
NOB AN ANArHOCTUKU U NeYeHns pegknx sabonesaHuni.

6. KoopavHauus n obecnedeHne rocyaapCTBEHHOW NOAAEPKKN HAYYHbIX UCCNeLOBaHUA U
pa3paboTok B 06n1acTn AnarHOCTUKM 1 nedveHuns pegkux 3abonesaHnn. PaspaboTtka npo-
rpaMmm obyyeHus No peaknm 3abonesaHnaMm. BBegeHne Tembl «peakne 3abonesaHus» B
nporpamMmmbl 06y4eHus y3kux cneyunanmctoB. OpraHusaumsa nocneguniioMHOro MeanumH-
CKoro obpasoBaHusi Mo pegknum 3abonesaHUAM B pamMmKkax UMELLMXCA cneunanbHOCTEN.

7. lNoppepxka opraHM3auumn nNaumMeHToB, CTpadawlmx peaknmm 3aboneaHusMmn. MNpuHs-
TMe 3aKoHoAaTeNbHbIX MOMOXEHUNA, pernameHTUpPYLWNX X B3aUMOOTHOLLEHNS C Meau-
LUMHCKMMU, COLManbHbIMU YYpPEXAEHUSMU 1 OpraHaMn rocyfapCTBEHHON BNacTu.

8. [oBbiWweHNe NHHPOPMNPOBAHHOCTM 0OLLECTBA, MEANLIMHCKNX U COLManbHbiX paboTHUKOB,
BONbHBIX N NX POOCTBEHHWKOB O peakmx 3abonieBaHWUsiX, COBPEMEHHbIX BO3MOXHOCTAX
ANarHoCTUKN, Tepanuum n peabunutauumn 6onbHbIX. Co3gaHne pyccKos3blYHbIX WMHEOP-
MaLMOHHbIX pecypcoB, obecneymBaloLLmMxX JOCTYN B peXMME pearlbHOro BPEMEHU K LOC-
TOBEPHOM N COBPEMEHHON MHPOPMaLMK B 3TON obnacTu.

9. Pas3BuTtne HaumoHanbHOro0 U MeXOyHapOAHOro coTpyaHuvecTBa B obnactu pefkux 3a-
6oneBanun. MNpucoegmHeHne Kk pabote mexagyHapoaHbix opraHoB: BcemupHon OpraHu-
3aumm 30paBOOXpaHeHusi, COOTBETCTBYHOLLNX KOMUTETOB N KOMUCCUMI EBpocotosa, K me-
XOyHapoOHbIM CeTsiM NoMoLLM 60nbHbIM peakuMn 3aboneBaHnaAMM.

PeweHune aton npobnemsbl B Poccun ByaeTt cnocobcTBOBaTh peanu3aunmn rocyaapCTtBEHHON
MOMUTUKN NO OXpaHe 300POBbS rpaxaaH, BHeOPEHUIO B MEOULMHCKYIO NPAKTUKY 3PdEKTMB-
HbIX METOA0B NPOUNAKTUKN peakux 3aboneBaHui, paHHEro BbISIBNEHWS, ANArHOCTUKN, Ne-
4yeHusa n peabunutaummn 60MbHbIX, @ TaKKe COKPALLEHMIO YPOBHA CMEPTHOCTU, MHBaNuamn3a-
LMW, CHUXKEHUIO NnokasaTtenen 3abonesaemMocTy, a Takke obecneyeHvo agekBaTHOro U pas-
HOMPaBHOro JOCTyrna K OKa3aHUIo MeAMLMHCKOW MoMoLumM Beex rpaxaaH Poccuiickon depe-
paumm.

LaHHas pesonoyusi obeyxoeHa, ¢ y4emoM 8biCKa3aHHbIX MPeOnoXeHUl npuHama Ha umo-
2080M 3acelaHuu KoHgbepeHuud, onybrnukosaHa Ha calime KoHghepeHyuu wWww.rareconf.org,
Ha UHghopMauUOHHOM riopmarsie no pedkum 3abornesaHusiM, "nekapcmeam - cupomam” u
pedKko rnpumMeHsieMbiM MeOUUUHCKUM mexHosioeusam rarediseases.ru U HarpassieHa:
[Mpe3udeHmy P® Medeedesgy [].A., [lpedcedamernio lNpasumernibcmea P® [lymuHy B.B., 8
Coeem ®edepauyuu P®, e ocydapcmeeHHyro Lymy P®, e MuHucmepcmeo 30pagooxpaHe-
HUs u coyuanbHoe2o pazsumusi PO, e ®edeparbHyto criyxby no Had3opy 8 cghepe 30paeso-
OXpaHeHuUsi U coyuasnbHo20 pazsumus P®, e npocuribHble KoMmumems! cybbekmos PQ,
aeHbiM cneyuanucmam MuHucmepcmea 30pagooxpaHeHuUsi U coyuaribHO20 pa3eumusi
P®, 8 meduyuHckue y4pexoeHus u meduuyuHckue 8y3bl P®, 8 obuiecmeeHHble u bnaco-
meopumeribHble op2aHu3auyuu, pabomaruwue 8 cghepe pedkux 3aboriegaHull U CMEXHbIX
obnacmsix.



