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AnHorayumsa: TToKa3aHO, YTO yBENMYEHUE YMCIA Peakux BONe3HEen sBNSEeTCS eCTECTBEHHbIM U HEU3OEXHBIM
NPOLECCOM, CBA3AHHBIM C YBENUYEHUEM 3HAHWI B BMONOMMU U MEOMUMHE U UX MPAKTUYECKMM MCMOMNb30BAHWUEM.
[aHo onpeneneHne OCHOBHBIX COCTABASIOLWMX HOBOM MAPAAMIMbI MeauupHbl — 41T MeanumHbl U KIoYeBbIX MOHATHIA
HOBOM MOAENM 30PABOOXPAHEHUS, CBA3AHHOM C AMATHOCTMKOM M NneveHnem peakux Goneswen. [peacrasners
NPUMEPDI M MEPBbIE PE3YNbTATH FOCYAAPCTBEHHOrO perynposaHus e 1o obnactn 8 CLUA u Esponerickom
Cotose. Pewenne npobnems penkunx 6onesHein Tpebyer M3MEHEHUs UAEONOrMU M METOOONOMMMU, CEPbEIHOM
PEOPraHM3aUMM CUCTEM 3IPABOOXPAHEHMS, CUCTEM CTUMYNIMPOBAHMA MCCNENOBAHMI M PA3PAbOTOK B MeaMuMHE U
CMeXHbIX 0BnacTsx.

Kniouesbie cnosa: penkme 6onesmu, peakoe 3a6071€BaHNE, NEKAPCTBO-CHPOTA, OPPAHHOE IeKAPCTBEHHOE
cpencrso, 411 Meanuymra, 6oneszHs Pabpu

OHOM U3 Peanmit HOCTOALLErO BPEMEHM ABNAETCA yBenuyeHne obbe-
Ma 3HaHUWA. B obrnactn meamumHbl OHM yaBOMBAKOTCA Kaxable 6—8
net. OOHUM M3 BHELLHMX NPOSBNEHUA 3TOM TEHAEHUMM SBNSIOTCA
YIYYLLIEHUE AMArHOCTUMYECKMX BO3MOXHOCTEN M yBENUUEHUe uncna GonesHen.

YCTOMUMBYIO OMHAOMUKY POCTA YMCNa 30DO0NEBAHUI XOPOLWIO BMAHO HA
npumepe mexayHapoaHor knaccudmkaunm 6onesHen. B MKB-1 8 1900 r. ux
6oino scero 179, 8 MKb-6 — 50 net cnycta — 954, B yTBEpxaeHHOM B
1993 . MKB-10 — yxe 1967. MKB-10 peitcteyet ponbuie scex — 18-i rog.
Yxe 3aMeTHbl ee OCHOBHble HefocTaTku. [1pexae Bcero sTo HECoOOTBETCTBUE
4ncy BHOBb MosBMBLUMXCA 3abonesanumit. B 2015 r. nnanupyertca npuHsthe
MKB-11. B cocrase Komuteta no pesusum u obHosnennio MKb pabotaer
rpynna no peakum 6onesHsm, sosrnaensemas npod. Ceronen dmme. Oxu-
[OETCs, YTO KONMYECTBO 3060NEeBAHUI B HOBOM KNACCHOUKALMM CYLLECTBEH-
HO YBEJIMUMUTCS.

[MpakTuyeckmne pesynbTaThl 3TOrO MPOLECCa HAMOONEe 30METHbI B OHKO-
remaTtonorm. 3a noneeka uucno bonesHer B 3TOM 0BNACTM BLIPOCIO MOYTH
8 20 pas. Paspabotka ans kaxpon dbopmel cneumduyeckoro (tapretHoro)
fleYeHnsa NO3BOMMIA MOBLICUTL 5-NeTHIOW BbkMBaeMocTb o /0% [1].

Hosbie 3060neBaHMA MOABAAIOTCA BHYTPM HACTbIX (MOAMITUONOTUYHBIX M
nonunaTtoreHeTmyHbix). B kauecTse apKOro npumepa  MOXHO MPUBECTM
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6onesnb Pabpu'. CyxeHne npocsetTa cocyna u
Uemnyeckme nNpobnembl B KPOBOCHABXAEMOM
MM PErnoHe MoryT GbiTb BbI3BAHBI ATEPOCKIEPO-
THMUECKOM OnALIKON, COAEPXALLel B KAYEeCTBE
A0PA SPUPbI XONECTEPMHA, A MOTYT ObiTh CBA3A-
Hbl C OT/IOXKEHMEM B CTEHKE COCYAQ MMKOCHUH-
ronmnugos npu Gonesuu Pabpu.

O6 >3TomM 3060ME€BAHMM MOKA MANO  KTO
sHaeT. [10 AaHHBIM 3apYBEXHbIX 3NUAEMUONOrU-
YECKMX MCCNEAOBAHMI, OHO BCTPEYAETCH Mpw-
mepHo y T uz 40—60 000 myxumn [5, 6]. OgHa-
KO, KOK OKQ3QOCh, TAKAS YACTOTA CBOMCTBEHHA
TOMbKO APKMM TUMMUHBIM KIMHUYECKMM HOPMaM
(knaccmueckomy  dbeHoTuny)  3abonesaHma.
Mceneposanua nocnegHux net (CKPpUHMHE HOBO-
poxaeHHbix Ha 6onesHb Pabpu), nposeneHHbie
B8 Mranuu [5] mn Ho Taieare [6], nokasanu, uto
4ACTOTA MYTAUMM M TA UM MHASA CTEMNEHb Hefo-
CTATOYHOCTM  PEPMEHTA, OTBETCTBEHHOrO 3Q
pacLienneHme  MmuKOCOUHIONUNMIO0B, BCTPEYA-
otcs y 1 uz 3100—4600 HosopoxaeHHbIX. A 3TO
3HQYMT, 4TO CTEPThIE KIMHUYECKne GpopMbl 3060-
NEBAHMA C CAMBIMM PA3AMYHBIMK  KITMHUYECKMMM
NPOSIBEHUAMM BCTPEYAIOTCA rOPA3A0 YALLE.

Knunuueckne macku 6onesHn Dabpum ypes-
BbIYAMHO PA3HOOBPA3HBI: AHIMOKEPATO3, TUMNO-
MMAPO3, AKPONAPACTE3NM, CEHCOPHBIE MONMHEN-
ponatuu, nepudepuyeckas  BereTaTMBHAS
HELOCTATOYHOCTb, QPWUTMMUM, QPTEPUANbHAS
TMNEPTOHMA, MMOKAPAMTL, MNEepPTPOdUIEcKas
KAPAMOMMONATHS, CEPAEYHAsA HEAOCTATOYHOCTb,
PAHHME MHDAPKTBI U MHCYNBTHI, UHTEPCTULMASb-
Hble 6onesHu nerkmx, HedbponaTHa, MNoYeuHas
HEOCTATOYHOCTb, HEMPOCEHCOPHAs noTeps
CNYXA, XAPOKTEPHbIE HAPYLUEHUS 3PEeHUs M ap.
[2-4].

ECHM B OCHOBE OAHHbLIX KIIMHUYECKMX NpPOABe-
HUM NEXMT AedUUMT O-raNaKTO3MAA3b], CBOMCTBEH-

Hbii GonesHn Pabpu, nedeHmne OOMKHO NMPUHLM-
MUANBHO OTAIMYATLCA OT obLenpuHaToro [7].

BuisBnenme Takux HOBbIX BONesHei 3aBMCHT
OT MHOOPMMPOBAHHOCTM U HACTOPOXEHHOCTM
BPQYA, O NOATBEPXAEHWE AMATHO3A — OT BO3-
MOXHOCTEN NEeYeBbHOro yupexaeHms.

B nocneanue rogsl XX Beka ctan ouwywiathcs
PA3PbIB MEX[Y HOKOMIEHHBIM OrPOMHbIM OBbe-
MOM 3HQHMIM B ODNACTU FEHETUKN, BUO- U HAHO-
TEXHOMOMMM M UX MPAKTUYECKMM MCMOMb30BAHM-
em B meguumHe. CTana noHATHA HEOBXOOMMOCTb
pPa3paboTkn M BHEOPEHUS HOBOM MAEONOrMK,
HOBbIX METOAONOMMYECKMX MOAXOAO0B M OPraHM-
30aUMOHHbIX  dopm. Pesynbtatom  aBMNoCh
NOSIBNIEHME HOBOWM MNAPAAUIMBIY  MEAULMHBI  —
471 Meauumnbl [8, 9]. OcHosHble cocTasnatoLme
471 MeguumHbl:  NPEauKTMBHOCTb, MNPEBEHTMB-
HOCTb, NEPCOHANM3MPOBAHHbBIA NOAXOA M NAPTH-
CUMNATUBHOCTb.

[NpeamktsHOCTs (MpeackazarensHOCcTs) npep-
nonaraeT NpeackasaHne ocobeHHOCTeN 3A0Po-
Bbs (3060MEBAHMA, BO3MOXHbIE B ByayLLEem, 0Co-
BEHHOCTM PearpoBaHMs M ap.) KOHKPETHOrO
4ENnoBeKA [0 MOABNEHWS MEpPBbIX CUMMITOMOB
3060NEeBAHMS, PEBEHTMBHOCTb  (peaynpenn-
Te/IbHOCTH) — npoBeaeHue NPOdUNAKTUHECKMX
MEPOMNPUATUIA B OTHOLLEHWMM BO3MOXHbIX, NPEf-
CKA3QHHbIX 3000NEBAHMIA 10 NOABNEHMS NEPBbIX
CMMNTOMOB, 18PCOHQTU3NPOBAHHBIN 10AXOA —
BbIGOP NeuYebHbIX BO3AEHCTBMI C y4ETOM MHAMBM-
AyQnbHbIX  (reHeTyecknx) OCcoBEeHHOCTeN  KOH-
KPETHOrO YEenoBeKa, MaPTUCHMIATMBHOCTL —
OKTMBHOE Yy4aCTME MNAUMEHTA B NPObUNAKTUKE
BO3MOXHbBIX 3060IEBAHUIA U MX NEYSHUM.

MapannenbHo € BO3HMKHOBEHMEM HOBOWA
NAPAAMIMbl MOABMAACE M CTANA OKTUBHO BHE-
APATHCA KAK B PA3BUTBIX, TAK M B PO3BUBAIOLLIMX-
Ca CTPAHOX HOBAS MOAENb 3APABOOXPAHEHMS

bonesmb ®O6plf1 — HAdnegCTtBeHHOE MYJIbTUCUMCTEMHOE 306OJ'IeBOHl/Ie, o6ycnosneHHoe MyTAUMAMM B TEHE

X-Gal, kogmpytowem nmn3ocomHbiit bepmeHT O-ranaktosnnasy. CHuxeHne akTMBHOCTM dhepMeHTa BemeT K
nporpeccmpyioLiemy Hakonnenmio rmobotpuaosunuepammaa (GB-3) u poacteeHHbIx mmMKoChUHronMnaoe &
NIM30COMOX KIIETOK SHAOTENMS COCYAOB, HEPBHBIX, MAOKAPAMASbHbIX, BCEX TUMOB PEeHanbHbIX knetok [2, 3, 4].

Mapagurma (paradeigma, rped. — npumep, 0b6pasew) — COBOKYMHOCTb yHexXAeHUH, LEHHOCTEN, METOLOB,

TEOPETUHECKNX N MEeTOLONTOTUHECKMX I'IOJ'IO)KeHMl;i, MPUHATBIX O6LLI,€CTBOM HA M3BECTHOM 3TANe ero passu-
™A U MCNOJNb3yEeMbIX B KAYeCTBE O6p03LI,O, mojgenu, CctaHpapTa, nHTepnpetaumn, OueHkKn n CMcTtemaTm3a-
UMM OAHHbIX, 014 OCMbICNEHUA TUNOTE3 M peLlleHNa BO3HUKAOLWMX 3a404.
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(Model List for Orphan Medicines). BosHukiwas
B 80-e rogsl XX Bexka 8 CLUA, oHa nonyuaer
Bce 6onbliee PACNPOCTPAHEHWE B MUpPE W
COCYLLECTBYET C OBOLIENPUHATON KOHLEnuuen
NIEYEHUS COLMANBHO 3HAYMMBIX 3060MEBAHMIT C
MCMONb3OBAHMEM  XM3HEHHO  HEOBXOAMMbIX
nekapcreerHbix cpeacts (Model List of Essential
Medicines) [10].

KntouesbiMi NOHATUAMM HOBOM MOAENM 3A4PA-
BOOXPOHEHUs SBNAIOTCA «pegkoe 3abonesa-
nne» (rare disease) u «wiekapcrBo-cuportay
(orphan drug).

Y1o xe Takoe pegkoe zabonesaHmes ITO
BCTpevatoleecs C ONpPeaeneHHoOn YacToTOwn
XMHEYTPOXAIOWEE MM XPOHMYECKOE NpOorpec-
cupyollee sabonesarue, 6e3 neyeHus NpMBo-
Asauee K CMepTH MU MHBANMAK3ALMKM BOMBHOTO.

MMpuHUMNbI ONpeaeneHus Nopora OTHECEHMs
3060M1€BAHMS K PEAKMM PA3NMYAIOTCS B PA3HbIX
crpanax. B CLUA v dnorum 30 ocHoBy npuHu-
maeTtcs abComMoTHAsS 4ACTOTd, YTO MO3BONAET
nyyle nporHO3MpPOBATL 3ATPATH HA neyeHue
GonbHbix, 8 EC, Kanage, Asctpanmu — oTHOCH-
TenbHas uyactota. B stom cnyuae cutyaums
fydlwe ananTUpyeTcs K M3MEHEHMIO YMCIIEHHO-
ct1 Hacenenus (Hanpumep, k pacmperuio EC).
B CLUA scbonesaHne cHMTAETCA PEOKUM, €Cnu
um ctpagaiot meree 200 000 amepmkaHues, B
dnoHmn — ecnm um ctpagaot menee 50 000
anoHues, B8 Eeponeiickom Cotoze — ecnm oHO
sctpedaetca pexe 5:10000, s Kanope —

pexe 1:2000, B8 Ascrpanum — pexe
1:10000 HaceneHus cTpaHbl.
Takxe BO3MOXEH CTyneH4YaThil NoAxom:

BbIAENEHME CPeaM Pefkux ynbTpa-peakux 3a60-
nesaHmit. Takoe geneHne ncnonsdyetcs B Benu-
ko6puTaHmu. [laumenTsl C  ynbTPa-peakumu
3abonesaHuamn  (sctpedaemocts 1 :50 000)
ABJIAOTCA OTBETCTBEHHOCTbIO Ll,eHTpOJ'IbHOl;i BnQ-
c™, a ¢ peakumn (ectpedaemocts 5: 10 000) —
perMoHoB. TakoM nopaxof MO3BOMSET, C OAHOM
CTOPOHbI, HAOXOAMTbCA B npasosom none EC u
MCMONb30BATb BCE NPEMMYLLECTBA NAHEBPONEeN-
CKOFO COTPYAHMYECTBA M MHTErpauMM, a C Apy-
O CTOPOHbI, AENAET BO3MOXHBIM MCMOMb30BA-
HMe 6onee XecTkMx KpuTepues pPeakocT

3abonesarus. OTBETCTBEHHOCTL pacnpeaenser-
CA MEXAy LUEHTPOM W PErMOHAMM.

Onbit Benmkobputanun MaeanbHo noaxoamt
K GOPMHPYIOLLEMCS B HALWEH CTpAHe CuCTeme
30PABOOXPAHEHMS, HO, K COXQNEHMIO, MOKA Y
Hac He wucnonbayetcs. DepepanbHeiil  3aKOH
«O6 OCHOBOX OXPOHbI 340POBbS MPAXAAH B
P®» (cTatbs 44, nyHkT 1) BBOAMT TONBKO KATEro-
pUIO peakoro 3abonesaHus: «peakumm (opdaH-
HbIMKM) 3060NEBAHUAMM ABNAIOTCA 3060M1EBAHMS,
KOTOPLIE MMEIOT PACNPOCTPOUHEHHOCT  HE
bonee 10 cnydaes sabonesarus Ha 100 000
HOCENEeHUs».

Jlexapcreso-cupora (orphan drug) — 310
MEOMUMHCKUIA NPOAYKT (HE TOMIbKO JIeKOPCTBEH-
HO€ CPEACTBOJ, NPEeAHA3HAYEHHbIN ANA AMArHO-
CTUKM, NPODUNAKTUKM M NeYeHns peakoro 3a6o-
NEBAHUA, KOTOPBIM HE UMEET KOMMEPUYECKMUX
NepCnekTMB, HO OTBEYAET HYXAAM OOLECTBEH-
Horo 3poposba. Komnawwu, pabotaowme B
061aCTM  MeauUMHbI, NP OBbIYHBIX  PbIHOYHBIX
YCIOBUMAX HE 3AUHTEPECOBAHBI B PA3BUTUM TAKMX
NPOAYKTOB, MOCKOJbKY OHM HE MMEIOT B Mepc-
NeKTMBE KOMMEPYECKOTO YCNexa Mo 3KOHOMMUYE-
CKMM MPUYMHOM (Mpexae BCEro m3-3a BbICOKOM
CTOMMOCTU PAa3PAbOTKM U MPOABMXEHUA NPO-
AYKTA HQ PBIHOK W/WMnK M3-30 HM3KOTO Cnpoca
HO HEro B CWNy PeaKocTH 3a60nesaHmus).

MpaBUTENBCTBA PA3HBIX CTPAH GUHAHCUPY-
IOT CMeunasnbHble NPOTrPAMMbI, YTOBbI  BbIMYCK
KHEBBIFOLHBIX» MM «CUPOTCKMX» MPOAYKTOB CTAS
NPWBAEKATENbHBIM, U KOMMAHUM, UX NPOU3BOAS-
wpe, He pabotanu cebe B ybbTOK. BO MHOMMX
CTPAHAX MPUHSATBI CMEUUAnbHbIE 30KOHOAATEMb-
HblE QKTbl, MPEfOCTABNAIOWME ONPEeaeneHHble
NbrOThl - KOMMAHWAM-PA3PABOTYMKAM, CTUMYIIU-
pyloLLME MHTEPEC HAYKM U BU3HECA K MHHOBO-
LUMOHHBIM  pa3paboTkam B 3TOM  obnacTu.
CTvMynamu MOryT BbiTb: UCKITIOUMTENbHBIE MAP-
KeTMHroBble Mpasa Ha cpok ot 5 po 10 neT;
MOMHAS WK YACTUYHAS OMNNATA NPOUEAyP NOsy-
4eHus OPUUMANBHOIO PA3PELIEHNs ANA UCMOMb-
30BOHMSA N1EKAPCTBA; BO3MOXHOCTb MOMyYEHMs
bUHAHCOBOW MOAAEPXKU M3 TOCYAAPCTBEHHbIX
boHAOB NS UCCNEepoBAHWMA B OBNACTM PEeaKMx
6onesHe; MHGOPMALMOHHAS U OPraHU3ALMOH-
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HOS MOAJEPXKA B COCTABNEHWM NPOTOKONOB
KIMHUYECKUX UCTBITAHUM U ap.

Hannune takmx npedepeHumit y KOMIaHUA-
PAa3pAbOTYMKOB M NMPOUIBOAUTENEN KCUPOTCKUX»
NPOAYKTOB MEPEBOAMT OMNPEfeNneHne KpUtepus
PenkoCT 3000NEBAHMS U3 MEOMUMHCKOM B KO-
HOMMYECKYIO NIOCKOCTb. B cTtpaHax, passueaio-
WMX COBCTBEHHYIO HAPMALEBTUYECKYIO MPOMBILLI-
NIEHHOCTb, MOPOr OTHECEHUA 30a0ONEeBaHMs K
penkum He npesbitaet 1: 3000 Hacenenua.

MoHepamm rocyaapCTBEHHOTO PErynmnpoBa-
HUs B obnactu peakux 6onesHen 6o CLLUA. B
1982 r. npu Arentctee CLUA no nekapcrsam u
npoayktam nutanma (FDA) 6bino cospaHo cne-
umansHoe 6iopo (Office of Orphan Product
Development), 3aHMmaloueecs passutrem
«penkmx npogyktos». B 1983 r. Obin npuHsaT
sakoH (Orphan Drug Act), pernamerTupytoLmit
CTATYC peakoro 3a60neBaHus, NPenapaTa-cu-
POTb M YTBEPAMBLUMI MPMBMIETMM AN PUPM-
paspaboTunkos u npoussoautenei. [lpuyem
3TO KACANOCh HE TOMbKO GAPMALEBTUYECKMX U
BUONOMUUECKMX MPENnapPaTOB, HO U  MEAMLMH-
CKOM TEXHUKM U OAMETUYECKMX MPOLYKTOB MUTA-

Hus. CornacHo 3Tomy 3akoHy, okono 1600
M3BECTHBIX 3Q60NEBAHUI WM CHMHAPOMOB Obinu
npusHaHbl peakumn, a 300 nekapcts  OGbinu

OTHECEHbI K NeKapcTBaM-cupoTam. B nocnenyio-
wem nofobHbie 30KOHOAATENbHbIE OKTbl Obiny
npuHatTel B8  apyrux ctpadax: 8  CuHranype
(1991), Snowmm (1993), Ascrpanum (1997),
IOxHon Kopee, Kanane, Ha TaisaHe u, Hako-
Heu, B Esponeitckom Cowose (1999). Onu
ABMIUCb MOLLHBIM CTUMYTIOM K POA3BUTUIO MEay-
UMHCKOM M CMEXHBIX HAYK, TEHETUKM, BUOTEXHO-
normn. B Hactoswee Bpems BO MHOTMX CTPAHAX
NIEKAPCTBEHHbIE CPEACTBA, OTHOCALIMECH K
KATEropUM PEAKMX, COCTABMAIOT LUENbli CEerMeHT
NIEKAPCTBEHHOIO PIHKA CO CBOWMMM MPABUIAMM
NPOM3BOACTBA, PErUCTPALMM, TOCYAAPCTBEHHOM
NOAAEPXKKM, MOTEHTHOM 3ALUMTHI U T.M.
OcHoBOMONAraOWMMM  AOKYMEHTOMM B
Esponeiickom Cotose 6binm Pewenne Esponen-
ckoro napnamenta Neo 1295/1999/EC ot
29.04.1999 u dupextvsa Esponeitckoro nap-
namerta Ne 141/2000 ot 16.12.1999. B Hux

chOPMYNIMPOBAHBLI MOHATUS BONE3HER-CMPOoT U
CMPOTCKMX NIEKAPCTB M ONpPeaeneHbl NepcnexkTu-
Bbl B MX U3ydeHun u nederun. B anpene 2000 r.
B JlongpoHe BO wucnonHenue Esponeickoi
ampekTmebl cospaH Komuter no npoaykTam-cu-
potam (COMP — Committee for Orphan Medi-
cal Products), B KoTopbIit BXOAAT M NpeacTasm-
TENM COOTBETCTBYIOWIMX [PYNn MNAUMEHTOB.
Hannbit kommteT B cpok go 90 aHedt ponxen
PACCMOTPETb OChE HA NEKAPCTBEHHOE Cpef-
ctBo, a Esponerickas komucena 8 30-aHEBHbIA
Nepuos AOMXHA MPUHATL PELLIEHWE O ero Npu-
meHenun Ha scein tepputopmn EC. Mocraros-
nennem  Komuceun EC  Ne 847/2000 or
27.04.2000 cospaH Peectp nekapcTBeHHbIX
CPEeAcCTB Ans nevyeHns peakmnx GonesHen.
lecatunetne RencTBMA AQHHBIX 30AKOHOAA-
TESbHLIX OKTOB MPMBENO K CyLLECTBEHHOMY YyBE-
fIMYEHUE YMCNA NEKAPCTBEHHbIX CPEACTB U Apy-
mx npoayktos ans nedenus P3 (B HacToswiee
spemsa poctynHo 800 npomyktos, B TOM uucne
63 aBTOPU3OBAHHBIX IEKAPCTBEHHbLIX CPEACTBA),
CTUMYIMPOBANO PA3BUTME HEOOMbLUMX U Cpef-
HUX  HAPMKOMMNAHUI, MNOBLICMIO WMHHOBALMOH-
HYIO M NPEanPUHUMATENbCKYIO OKTUBHOCTb y4e-
HbIX M BPQYEM, CyLLECTBEHHO YNPOCTUIO BbIXO[,
NPenapaToB HA PbIHOK (27 pasfuyHbX anmu-
HUCTPATMBHBIX npoueayp ObinM  3aMEeHEHb
OlHOM — LEHTPANM30BAHHOM MOLAYEN 3ASABKM
HO QBTOPM3AUMIO HQ EBPOMENCKOM PbIHKE B
Esponeiickoe MeanumHckoe Arentctso (EMA).
B Hacrosulee spems peakve 3abonesaHus,
HOPSALY C POKOM, CEPAEYHO-COCYANCTHIMMU 3060-
NEBAHUAMU, OAMABETOM U OXMPEHUEM, OCTAIOTCS
OHMM M3 MPMOPUTETHLIX HanpasneHnui [lpo-
roammel EC no obuwiectseHHOMY 34pABOOXPA-
Heruio Ha 2007-2013rr., B pamkax KOTOPOIf
co3naHbl  paboune rpynnsl M CNEeUManbHbie
KOMMCCHMM MO BAXHEMLIMM HAMNPOBAEHUAM aea-
TenbHoctTu. BaxHor unuumatmeor B EC 6wino
cosfaHme B Hosbpe 2009 r. Komuteta skcnep-
toe EC no peakmm 3abonesarusm. B ero
COCTOB BXOAMT MO | NPencTaBuTENIO M3 KAXAOM
ns 27 ctpar EC, 4 npeacrasutens naumeHTCkux
opranmsaumi, 4 npepcrasutens GapMUMHAYCT-
puu, 16 npencrasuteneit nNpPoOXomaALIMX B
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HOCTOALLEE BPEMA MM 3ABEPLUMBLUMXCS MPOEK-
toe EC B obnactu pepkux 6onesHen, 1 npea-
crasutens Esponeiickoro ueHtpa no npodw-
NAKTUKE M KOHTPOSIO 30 3060NEBAHMAMM.

B nocneaHue roabl MHOrME CTPAHbI PA3PA-
6OTANMM M NPUHANKM COBCTBEHHbIE HAUMOHASb-
Hbl€ MAAHbI (MPOrPAMMbI) MO PEAKUM BONE3HSAM.
Mx ocHoBHOM uenbio asnsetca obecneveHune
CNPABENIMBOrO AOCTYNA K AMATHOCTMKE, Nlede-
HUIO M NPEfOCTABAEHMIO MOMOLLM OOMbHbIM
peakumn  3abonesarmamn. OgHUM M3 ApKMX
NPUMEPOB ABNAETCH GPAHLY3CKMIA HOLMOHASb-
Hbii  npoekT «Pegkue 3a6onesannay  Ha
2005-2008 rr. u ero npoponXeHue Ha
2009-2014 rr. MNpuHatue Nogo6HLIX AOKYMEH-
TOB — PE3ynbTaT LMPOKOIO KOHCYSbTALMOH-
HOrO MPOLECCA, B KOTOPLIM BOBMIEYEHbI SKC-
nepTsl no pPenKnm 30601eBaHMAM,
CneumanucTel B 06NAacTM  34PABOOXPAHEHMS,
NPencTaBuTEeNM  OPraHM3aUMit  NAUMEHTOB,
30KOHOAQTENbHbBIX M MCMONHUTENbHBIX OPraHOB
Bnactu. B Hacrosuee spems B pamkax obuie-
eBPONenckon pedepeHTHON CeTn pPenKux
300601€BAHMIT CO3AAIOTCA LEHTPbI 3KCNEPTMU3b
peakunx GonesHen.

O macwrabax nposeaeHHol B Espocorose
paboTel rosopat aaHHble Orphanet —Esponeii-
CKOM 6a3bl JAHHLIX MO PeakMM 3a60MeBAHUAM
(www.orpha.net). Ha 1 Hos6bps 2011 r. & Hek
6bino saperncTpuposano 5954 penkux sabone-
BAHMA M COCTOAHMUSA (30 6 MECALEB MX KOIMYECT-
Bo yBemmymnocs Ha 170); 5424 nabopatopmm,
B KOTOPbIX BO3MOXHA WX [AMATHOCTMKQ;
4947 skcnepTHbix ueHTpa; 6onee 1800 opraHu-
3aumit naupentos; 15019 memguumHckux cne-
umanucros; 527  MemuumHckmx  cyGCTaHUMM,
nepcnekTneHbIX K mncnons3osanumio; 370 nekap-
CTBEHHbIX CPEACTB, MMEIOLMX MOKA3AHMS MNpK
peakux GonesHax.

Penkune sabonesaHma ectb B kaxaoh obna-
cm meamumtbl. [pumepHo 80% wm3 HUX umetoT
FEHETUYECKYIO NPMPOMY, OCTANbHbIE CIyYaM
OTHOCATCA K HOBOODBPA30BAHMAM UM ABASIOTCA
CNeAcTBMEM MHbEKUMN, QnNepruyeckmnx peak-
UM, BO3AENCTBMS BpEaHbIX GAKTOPOB OKPY-
XatoLen cpepnbl.

[Mapapokc peakocTM B TOM, 4YTO, XOTs
«bonNesHu peaku, NaumeHTsl C peakmmm sabone-
BAHUSMM MHOTOUYMCNEHHBI». BepoatHo, Takmmm
3abonesaHusmmn  3aTpoHyTo  6—8% MMPOBOM
nonynsuum mofer, MO3TOMY «COBEPLIEHHO
0BbIYHO MMeTb peakylo 6onesHb». Cpean pen-
kux 6HonesHen BCTPEYAKOTCA BECbMA  3SK3OTH-
JeckMe Heayru, BPOAE cuHapoma Kabyku (B
Espone — okono 300 cnyuaes), cuHapoma
Mannucrepa-Kunnmara (8 Espone — 30 cnyua-
€B), NPOrpPeccHMpyIoLLLEN KOCTHOM reTeponiasmm,
6onesun Humana-luka, 6onesnn lowe. Ho
ectb u bonee yacTble 3060NEBAHMA, TAKME KAK
MYKOBUCLMAO3, TEMODUIMSA, PA3NUYHBIE POPMBI
paka, muenoma, bonesHs AnbUreimepa, amuo-
Tpoduueckuit cknepos, 6onesHb [eHTUHITOHA K
ap. Ho 3to He tonbko 3ksotuka. K pepkum
3060M1EBAHMAM OTHOCAT TAKXE CUCTEMHYIO
KPOCHYIO BOMUYAHKY, QHTMGOCHONMMMAHBIA CUH-
OPOM, IOBEHUIbHLIA PEBMATOMAHBIA  QPTPMT,
muactenuio, cuHapom [uiena-bappe, nepsuu-
HbIA BUAMAPHBIA UMPPO3 MEYEHU, TUNONPOTEM-
HOBYIO TTIOMEPYNONaTHiO M apyrve bonee npu-
BbiYHbIE ANA Cyxa GonesHu.

Penkumn BGonesHamu cCTponanu KOMMO3MTO-
pol Jliogsur Ban betxosen u @penepuk Lonen,
xynoxHuk ne Tynys-Jlotpek, npesugent CLUA
Ix. Kenwnean, coin Hukonas Il uapesuy Anex-
ceit. MHorve w3 nogen, MMelmx peakue
3000M1€BAHUS, TANAHTAMBEL U MOTYT MPUHECTH
BorbLyo Nonb3y 0bLEecTsy.

[Mpobnembl GOMBLIMHCTBA MALUMEHTOB C Pel-
KUMU BONE3HAMM CXOXM M HE OrpPaHMUMBAKOTCS
TONbKO MX NEKAPCTBEHHbIM ObecnedeHnem. D10
HEAOCTYMHOCTb  MPABMIBHOM  AMATHOCTUKM,
30Na3ablBAHME C  MOCTAHOBKOM AMArHO3Q,
OTCYTCTBME KAYECTBEHHOM WHPOPMaUMK, a
4OCTO — M HAYYHLIX 3HAHWI O 3060neBAHUM,
TAXENbe NOCNenCTBMA  And  MNOUMEHTOB  C
COLMQNbHOM TOYKM 3PEHUSA, OTCYTCTBME COOT-
BETCTBYIOLLETO KAYECTBEHHOIO OKA3AHMA MEM-
LIMHCKOM MOMOLLM, OLIMOKU U TPYAHOCTM B NOSY-
YEHWMU NEYEHMUs M yXOMd.

CnoxXHOCTb BbISIBNEHMA pefkmnx 3a60neBaHmMMt
CBA3AHA C TEM, YTO BOSMBLIMHCTBO M3 HMX XAPAK-
TEPU3YIOTCA LUMPOKMM CMEKTPOM PACCTPOMICTE U
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CMMNTOMOB, KOTOPbIE BAPLUPYIOT HE TOJMbKO
npM PasHbix 3060NEBAHMAX, HO M Yy PA3HbIX
NOUMEHTOB, CTPOAACIOWMX OAHMM W TEM Xe
sabonesarnem. OTHOCUTENBHO YACTO BCTpe-
YOIOLIMECA CMMMITOMbBI  MOTYT  MOCKMPOBATH
nexauiee B ocHoee pegkoe 3abonesarue. B
3TOM crnyyae GONbHOMY, KOK MPABMIO, BbICTAB-
NSeTCa AMArHo3 4acTto BCTpedatollerocs 3abo-
nesaHus  (Mwemunyeckas 6GonesHb cepauaq,
rMNepToHMYeckas OGonesHb, UMPPO3  MNeveHu,
XPOHUUYECKUI TNOMEPYNoHedppuT, HedpoTHyec-
KM CUMHOPOM, PACCESHHBIM CKNEPO3, XPOHUYEC-
KM PELMAMBUPYIOLLMI YBEWUT, LIM3ODPEHUI U
np.). [lloctraHoBka HENPABMALHONO AMArHO3A
(Hanpumep, wwemmnyeckas 6GonesHb cepaua
Bmecto 6onesHn Pabpwm, paccesHHbI Cknepos
BMECTO NenKoaucTpodum u T.N.) NpuMBOAMT K
HOA3HAYEHMIO HEMPABMUILHOIO, YACTO BPEAHOrO
nedyeHuns (MpUMep: NPEAnoNoXeHUEe O HANUYMMI Y
fornbHOro ¢ Metabonuyeckum 3060neBaHnem
QYTOMMMYHHOTO 3000MEBAHUS U NleYeHne ero C
MCNONb3OBAHMEM FOPMOHAMbHBIX M LMTOCTATH-
4ECKMX NMPenapaTos).

Mounck pepkoro 3abonesaHus Lenecoobpa-
3eH y BCex BOMbHbIX C «4ACTbIMMY 3060NEBAHMS-
MM, KOTLO WMMEIOLLMECS CMMMTOMbI HE MOJHO-
CTbIO YKNQBIBAKOTCA B KIIMHUYECKYIO KAPTUHY,
KOrAA KAMHUYECKME MNPOABAEHMS BO3HUKAIOT B
HETUMUYHO MOJSIOJOM BO3PACTE, KOrAd He
yaaetca nopobpath nedeHue, U 3abonesaHue
NPOrpeccupyeT, HEeCMOTPs HA  MPOBOAMMYIO
Tepanuio.

Boepema MnOCTABNEHHbIM AMArHO3 M CBOE-
BPEMEHHO HOYATOE fIeYEHNE YACTO NO3BONAIOT
MNOMHOCTBIO MCKMNOUYMUTb BOZHUKHOBEHME KITMHM-
Yeckux cumnToMoe 3abonesanus (Npumep:
fonbHble C renarouepebpanbHoi AMCTpodH-
en, remMoxpomarosom, 6GonesHbio [owe), u
YENOBEK OCTAETCA MOMHOUEHHbIM YIEHOM
obuecTsa.

Pewenne npobrnembl pefkmnx GonesHern He
LOMKHO OFPAHMYMBATLCA TONBKO OPraHM3ALMEN
obecneyeHns 1oPOroCTOALMMM JIEKAPCTBEHHbI-
MK npenapatamu. Heobxoguma oTpaboTtka
MOZENU OKA3AHMS MELMLMHCKOW MOMOLLM MaLuu-
EHTY C pefKkoi 6onesHbIo.

MoHsTe o peakoctu 3abonesaHus He fon-
XHO MACKMPOBATb BAXHOCTb NPOBNEemMbl, KOTO-
pylO MPEeacTaBnaioT pefkme 30601eBaHUs AN
obulectserHoro spoposba. OHa kacaeTcs He
TONMbKO XM3HM M 3[0POBbs KOHKPETHOTO Yerno-
BEKA, OHA HAMPAMYKO CBA3AHA C PA3BUTUEM
PbIHKO MHHOBALMOHHbBIX TEXHONOMMI B MEaMUMHE
M CMEXHbIXx 0bnactax (reHeTuke, BUO- M HAHO-
TEXHONOTMM U [P.) U CO CKOPOCTBIO BHEAPEHMS
nHHoBAUMM. Pewenne npobnembl  «peakmx
GonesHei» TpebyeT M3IMEHEHUs MWOSOoNoMMn U
METOLONOIMK,  CEPbE3HONW  PEeOoPraHM3aLmm
CUCTEM 34PABOOXPAHEHMS, CUCTEM CTUMYNIUPO-
BAHWS MCCNEAOBAHMI M PA3PAOOTOK B MeamLm-
HE M CMEXHbIX 0bnacTax.

CoBpemeHHas MemuuMHa — 3TO He TOMbKO
MHHOBALUMOHHbIE (KOK MPABMIO, 4OPOroCTosLLIME)
MELMLMHCKME TEXHOMNOTMM, 3TO MHHOBALMOHHbBIE
TEXHOMNOMMU MEHELXMEHTA, MO3BONAOLLME MUHU-
MM3MPOBATbL 3ATPATH FOCYAAPCTBA M 0bLEecTBa
M MOBLICUTb OTAAYY OT MCMOMb3OBAHMA HOBBIX
TexHoNnorui. TOMbkO roCynapCTBO, BKIIKOUMB
PEryNMPYOLLME MEXOHU3MBbI, CMOCOBHO CHU3UTbL
30TPATH HA feveHrne BOoMbHbIX PeakMmu 3a6one-
BAHMSAMM U MOBLICUTb SPPEKTUBHOCTL BIIOXEHMUS
cpencrs. bes dbopmupoBaHUs rocynapCTBEHHOM
NONMUTUKM B STOM 0BNACTU HEBO3MOXHbI NPEOJO-
fieHne OTCTOBAHMS M MHHOBALMOHHOE PA3BUTHME
OTEYECTBEHHOM MeauumHbl, ObicTpoe U 3bdek-
TMBHOE BHEAPEHME B MNPAKTUKY COBPEMEHHbIX
MHHOBALIMOHHbBIX TEXHOMOTMMI, PALMOHANBHOE
MCMOMb30OBAHME BbIAENAEMbIX PECYPCOB.

Pewenne npobnemsl pepkux 6GonesHen B
Poccun byner cnocobcTsoBATh:

® peanu3auMKM  rOCYAAPCTBEHHOM MONUTUKM
MO OXPAOHE 3[0POBbs MPAXAAH;

® BHENPEHMIO B MEOMUMHCKYIO MPAKTUKY
3P PEKTUBHBIX METOLOB NPODUNAKTUKM, PAHHETO
BLISIBNIEHMA M OMATHOCTMKM peakux 3abonesa-
HUMA, NeYeHms u peabunmutaummn 6onbHbIX;

® COKPOLLEHMIO YPOBHSA CMEPTHOCTM U MHBA-
MaM3aumu;

® CHUWXEHMIO nokasaTenen 3060nesBaemocTy;

® obecrneyeHuio anekBaTHOrO U PABHONPAB-
HOTO AOCTYMNA K OKA3AHWUIO MEAMUMHCKOM MOMO-
wy Bcex rpaxaar Poceuitckoin Pegepaumm.
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Sokolov A.A. «The problem of rare diseases» — is a result and incentive progress in the field of biology
and medicine (Scientific-research institute of experimental medicine of North-West diseases «Genetics»,
St.-Petersburg, Russia)

Annotation: It is shown that increase of rare diseases cases — is a natural and unavoidable process, related

to increase of knowledge in biology and medicine and its practical use.

There is given a definition of main components of medical new paradigm — 4P Medicine and clue concepts

of new health care model, related to diagnostics and treatment of rare diseases. There are presented results

of state regulation in this filed in USA and European Union.

Solution of the «rare diseases» problem requires a change in ideology and methodology, serious re-organization
of health care system, incentive system of research and developments in medicine and related fields.
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