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OP®AHHBIE 3ABOJIEBAHUSA: OITPEJAEJIEHUE, ITPOBJEMBbI, IEPCIIEKTHUBbI

K. II. KpaBuyk, O. A. PymsaHnesa
I'omenbckuii rocy1apCcTBEeHHbINH MEIULMHCKUI YHUBEPCHTET
UzBectHo Gonee 6000 opdanubx (peakux) Oone3Hei. Huskas yacToTa BCTPEYaeMOCTH COMPOBOXKIACTCS PSAOM
MpoOJIeM: CBOEBPEMEHHOCTh M TOYHOCTh IHAarHOCTHKH, HEXBATKa OIBITa PaOOTHI C JaHHHIMHU MAMEHTaMH, HEOCTATOK
TIOJIE3HOM, TOUHOM M CBOEBPEMEHHOM MH(OPMAIHH, OTCYTCTBHE SIMHON CHCTEMBI B HCCIIEOBAHMAX, pa3paboTKa JieKap-

CTBCHHLIX IPENapaToB SKOHOMHNYCCKN HCBbLIT'O/HA, JICUCHUE NJOPOrOCTOAIICC. OcobeHHo HeO6XOIll/IMl:-I MOoAJACPIKKa COOT-
BCTCTBYIOLIINX I/ICCJ'IC].'[OB&HI/Iﬁ u pa3pa60TI<a PYKOBOACTB IJIA HpO(I)I/IJIaKTI/IKI/I, JUArHOCTHUKU U JICUCHUS PEAKHUX 00JIe3HEN.

KitrogeBrle cioBa: opdanHsie (peakue) 3a0oneBaHus, oppaHHbIEe IPernapaThl.

ORPHAN DISEASES: DIAGNOSIS, PROBLEMS, PROSPECTS
Zh. P. Kravchuk, O. A. Rumyantseva
Gomel State Medical University

There are more than 6000 rare diseases. The low prevalence can create a number of problems including diffi-
culties in obtaining timely, accurate diagnoses; lack of experienced health care providers; useful, reliable and timely
information may be hard to find; research activities are less common; development of new medicines may not be
economically feasible; treatment is sometimes very expensive. The encouragement of the relevant research and de-

velopment of guidelines for better prevention, diagnosis and treatment of rare diseases are needed.

Key words: rare (orphan) diseases, orphan drug.

Beeoenue

K rpynme opdanHBIX (penKkux) OTHOCAT BpO-
JKJIEHHBIE (HACNeICTBEHHBIC) MU MPHOOpETEHHBIE
3a00JI€BaHuUs], YacTOTa KOTOPHIX HE MpEBBILIAET
OTIPEETICHHOIO YMCiia, YCTAaHOBJIEHHOTO 3aKOHO-
JaTelnbCTBAaMH pa3iM4yHBIX cTpaH. Hampumep, x
JAHHOW MaTOJIOTHH OTHOCAT TaKHE W3BECTHHIC 3a-
OoneBaHMs, Kak (EHUIKETOHYpPHUS, MYKOBHCLH-
no3, Oonesnp [ome, Oonesus [lomme, cunapoM
[panepa-Bunnu, octpas numdobracTHas ieiike-
MUsI, HIWONATHYECKas JIErOYHas THIEPTEH3US,
HEXO/DKCKUHCKasl JuMdoma, KapUuHOMa KOPEI
HaJIMOYCYHHUKOB, PaK MHUIIEBOAA, pPaK MOYEK U T.I.
BriepBrie TepMuH «opdaHHBIE» (CUPOTCKHE) MpHU-
MEHUTENBFHO K OOJIe3HsIM M JieKapcTBaM OB HC-
noib3oBad B CIIIA B 1983 1., korma ObLT MPUHAT
3aKOHOJATENbHBIH «AKT 00 Op¢aHHBIX mpemapa-
tax» («Orphan Drug Act»), onpeaeauBImiA OKOI0
1600 wm3BecTHBIX 3a00NEBaHU W CHHAPOMOB H
300 nexapCTBEHHBIX CPEACTB, OTHECEHHBIX K 3TOH
kareropuu [1]. CoriacHo CymecTByoOImUM TpeOo-
BaHMAM, 3a00JIeBaHIe CUUTAECTCS OpaHHBIM, €CIIU
OHO BcTpeuaeTcst He Oonee yeM B 1 ciryyae Ha 2000
xurteneit umm onpexensercst kak 500 peaxux 3adose-
BaHMI He Ooyiee yeM Ha 1 MIIH xuTenen [2, 3].
HecmoTpst Ha To, 4TO YacToTa OpQaHHBIX 3a0oIe-
BaHUH HU3Ka, CAMUX HO30JOTWH OYEHb MHOTO —
6omnee 6000. CornacHo BcemupHOi#l opranuzanuu

3apaBooxpanenus (BO3), cyMMapHOE KOIUYECTBO
MalMeHTOB C PeAKUMHU 3aboseBaHusiMu B EBpome
Ha CETO/HSAIIHIA MOMEHT COCTaBIsIET 0Ko1o 30 MIH
yenoBek [2]. IlokazaTenp BCcTpedaeMOCTH PEAKHUX
3aboneBanuit 1:2000 BeIOpaH u3 (UHAHCOBO-
SKOHOMHYECKUX COOOpaKEHWH: OH CTHMYJHpYET
(dapMKoMIIaHUK pa3pabaTbiBaTh HOBBIC JIEKApPCT-
BEHHbIE cpenacTBa. Ho MOCKONBKY KOJIMYECTBO
BBIITyCKaeMBIX JIEKaPCTB BecbMa HEOOJBIIOE, HX
CTOMMOCTB O4€Hb Benuka. K npumepy, cTouMoCTh
JieYeHHUs OAHOTO peOEHKa, OOJIBHOTO MYKOIIOJH-
caxapuo3oM (HacjeACTBeHHOE 3a0oieBaHue, CBS-
3aHHOE C HapylLIeHHeM OOMEHa BEILIEeCTB, MPOSB-
nsiroeecs B Buae «00JIe3HU HAKOIUICHUS» U MPH-
BOJsIICE K Pa3IMYHBIM JedeKkTaM KOCTHOM, Xpsi-
LIEBOM, COENMHUTEIHFHON TKaHEW), COCTaBJISCT B
Poccun mopsiaka 32,5 muH py06. B rox [4].

Eme onuH BaKHBIN aclIEKT — 4acTOTa BCTpe-
YaeMOCTH pa3iIMuYHBIX pPEIKHUX 3a00JeBaHUH He
oMHaKoBa B monmyssiuuu. CymiecTBYIOT OOJIe3HH,
4acTOTa KOTOPBIX COCTaBIII€T MeHee 4eM | ciy-
gaii Ha 100 ThIC. uYemoBek. M3-3a HeOOMBLIOH
TpyNIbl MOPa)XEHHBIX TaKHe MallMeHThl OKa3bIBa-
I0TCSI M30JIMPOBAaHHBIMU OT OOILECTBAa W HE MOJY-
yalT AobkHOM momomum [2]. B mokmame BO3
(2004 1.) roBOpHUTCS O TOM, YTO YacTo ophaHHbIC
OoJie3Hu WUPYIOTCS MO TPUPOM «Ipyrue MeTa-
Oonveckue WM DSHAOKPHHHBIE 3a00JICBaHUY,
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YTO TPUBOANT K HETIOJTHOMY y4YeTy JaHHOH ImaTo-
JIOTHH B TOMYJSAUU. Bce 3T0 3aTpyaHsAeT cBoe-
BPEMEHHOCTh TUArHOCTHUKH, MPaBUIHHOCTH JIeUe-
HUS ¥ peabuiuTanuio Takux manueHToB. Coriac-
HO DKCIIEPTHBIM JaHHBIM, UMb 5 % 3a0oieBanuit
B Poccuu nmarHoctupyercs Ha paHHed 1-U cra-
muu, 10—12 % — na 2-#, mopsaka 60-70 % — Ha
3-it. Bce ocTanbHble — Ha 4-if TEpMHHATBHOM [4].

Takum ob6pazom, HU3Kasg YacTOTa BCTpedae-
MOCTH TIPUBOJNT K CIEIYIOIIUM IPOOIeMaM:

1. TpyAHOCTH CO CBOEBPEMEHHOCTHIO M TIpa-
BIJIBHOCTBIO TIOCTAHOBKH JarHO3a.

2. OtcyTcTBHE aneKBAaTHOTO ITHUCIAHCEPHOTO
HaAOIIOCHHS.

3. TpyaHOCTH B MOJyY€HUH TIOJIE3HOM, HaJEeX-
HOU M CBOEBPEMEHHON HH(MOPMAITHH O TTATOJIOTHH.

4. Mano4ncaeHHOCTh UCCIEAOBAHUM.

5. Pa3paboTka HOBBIX TpemapaToB IS Jede-
HUS 5KOHOMHYECKH HE BHITO/IHA.

6. Ilpemapatsbl ayig jJe4eHus: KpailHe TOpOro-
CTOSIIIH.

7. B pa3BuBarouuxcsi cTpaHax CyIIECTBYIOT
OTpaHUICHUSI OFOKETHBIX OTUHUCIICHHH [5].

I'eTeporeHHOCTh M MHOrorpaHHoctb. Op-
(haHHBIE 3200JICBAHUS XaPAKTEPHUIYIOTCS HAJTHIH-
eM Ooupmoro 4Ymciia Ho3ojoruii. Kpome Toro,
CYIIECTBYET MHOXXECTBO IIOATHUIIOB B IIpelenax
onHOTO 3200JIeBaHUSI.

Oxouo 80 % penknx 3abosieBaHNi UMEIOT Ha-
CIIEICTBEHHYIO PUPOAY (T€HHBIE WM XPOMOCOM-
Hble MyTanun). OCTaTbHBIE MOTYT SBISTHCS CIIE/-
CTBHEM BHUPYCHBIX WJIH OaKTepHAIBHBIX HH(EK-
LU, aJuIepTruyd WU BHEIIHECPEIOBBIX BIIUSHUMN.
Bo3MoxHO codeTaHue HECKOIBKUX MPUYHH.

3a0oneBaHusT  TPOSBIAIOTCS  MHOYKECTBOM
Pa3IMYHBIX CHMIITOMOB, BApbUPYIOIINX HE TOJBKO
MEXTy Pa3InYHBIMH 3a00J€BaHUSIMH, HO U B TIpe-
Jlenax oJIHOM Hozojoruu. Hampumep, ayTusm mo-
J)KET OBITh CHMIITOMOM TaKHX 3a00JieBaHHUM, Kak
cuaapombel Cortoca, Perra, Ymepa 2 Ttuma, AH-
rejJpMaHa, JIOMKOW XpoMocoMmbl X # T.A1. MHorue
COCTOSIHMSI OBIIM OIMMCAHBI B TPOIIIOM KaK yMCT-
BEHHAs! OTCTAJIOCTh, ayTHU3M WIIM TICUX03, a HAaCIead-
CTBEHHAsI COCTABIISIONIAs ObLIA HaMJeHA TI03KEe WIN
ee TOJITBEPIKICHIE OXKHIAETCS B CKOPOM BPEMEHH.
K coxanenuro, 0OBIIIOE YHCIO PENKHX 3a00JIeBa-
HUI CKPBIBAIOTCS IO MAacKOH OIMMOOYHO JMArHO-
CTHUPOBAHHBIX JPYTUX HO30JIOTHH.

Bo3pact manudecrauu pasnTudHBIX opdaH-
HBIX 3a00JIeBaHUH IIUPOKO BapbHUpyeT. MHOTHE
penkuie 0O0Je3HN HAYMHAIOT MPOSBISTHCS C POXK-
JISHVsI WM B JIETCKOM Bo3pacte. Hampumep, crm-
HaJbHAs MBIIIEYHas aTpodus, HECOBEPIIECHHBIH
OCTEOTeHe3, MYKOMOJINCaXapua03, axOHIPOIlIa-
3us. Jlpyrue, kKak Hampumep, 601e3Hb [ eHTHHTTO-
Ha, CIIMHHO-MO3KEUKOBas aTakcws, capkoma Ka-
MOIIM W PaK IIUTOBHIHOW KeNe3bl MaHU(ECTH-
pYIOT B 3penom Bo3pacte. M xoTs MHOTHE 3a0051€e-
BaHUS HAYMHAIOTCS B paHHEM BO3pacTe, IMOCTa-

HOBKa TPaBUJIBHOTO IMAarHO3a MOXET OBITh OT-
CpodeHa Ha JOJTHE TOMbI.

Taxxe BappUpyeT TSHKECTh TeUeHHUs 3abole-
BaHUS y Pa3NMYHBIX ManueHToB. Kak mpaBwmio,
ophanHbIe 3a00I€BaHUS CYIIECTBEHHO YXYAIIAIOT
KaueCTBO W COKPAINAIOT [UINTENBHOCTh >KH3HM.
[IponomKUTEeNbHOCTD KHU3HHU MAIUEHTOB IHPOKO
BapbUpPYET cpelid HOo30JI0Tui. Tak, HEKOTOphIE Je-
TeHEepaTHBHBIE W YTPOXKAIOIINE XKU3HU 3a0oieBa-
HUS TIPUBOJIAT K CMEPTH MPAKTHUECKU cpa3y Io-
clie pOXKIeHUS, JPyThe COBMECTHUMBI C HOPMAallb-
HOW KHW3HBIO, €CIH CBOEBPEMEHHO ITHArHOCTHPO-
BaHBI W TIPOJICYCHBI TOJKHBIM 00pa3oM, Kak Ha-
npumep, heHuITKeTonypus [2, 6, 7].

O60mas xapakrepuctuka opgaHHbIX 3a00-
JeBaHuii. Penkre 3a001eBaHUS HUMEIOT CIIECIYIO-
TUe OOIIHe XapaKTEPUCTHKY:

1. B merckom Bo3pacte MaHU(PECTUPYET OKO-
10 50 % penkux 3a00eBaHUI.

2. OrpaHudYeHne KavecTBa JKU3HH — OT He-
JOCTaTKa JI0 YTPaThl KAKOW-THO0 (DYHKITHH.

3. BOJNBIIMHCTBO COCTOSHHHA HE UMeEeT -
(heKTUBHOTO JIeUeHHs, B HEKOTOPHIX CITydasx BO3-
MOJKHa KOPPEKIHS OTIENBbHBIX CHMIITOMOB ISt
YITydIIeHHs KauecTBa JKU3HM.

4. HaGmronenne 3a MalMEHTOM C PEIKAM 3a-
0oJIeBaHNEM OYEHb CIIOKHOE: CEMbH CTAlIKHBAIOT-
Cs1 C OTPOMHO¥ TPOOIEMOI HANTH JICUCHHE.

5. Tlcuxosoruyeckuii acmekT: MalueHThl C
peAKUMHE 3200JEBAHUSMA ¥ UX CEMBU OTATOMIAIOT
CBO€ COCTOSIHHE OTYasHbEM, HEJIOCTATKOM HaJex-
IIbI Ha a/IEKBaTHOE JIeUeHHe, OTCYTCTBUEM KaXKIO-
JTHEBHOM MOJIIEPIKKHU.

CouunajabHble acneKkTbl opgaHHBIX 3a00-
JIeBaHUIi:

¢ [locTaHOBKa MPaBMIIBHOTO JWArHo3a: MepH-
O]l MEX/Ty TTOSIBIICHUEM TIEPBBIX CHMIITOMOB H TIO-
CTaHOBKOHM TMarHo3a MOXeT OBITh OYE€Hb MPOJIO0II-
KUTETHHBIM, YTO TIPUBOANT K TOBBIMIEHUIO PHUCKa
HEeaIeKBaTHOTO JICYCHHUS.

e Hemocratok nH(oOpMaIimy 0 caMoM 3a00JieBa-
HUM U O BO3MOYKHOCTH TIOTY9IeHHSI TIOMOIIIH, a TaKoKe
HEJIOCTAaTOK KBAT(PUITMPOBAHHBIX CIEIMAIIICTOB.

e HenoctaTok Hay4HBIX 3HAHUN: TPYJHOCTH B
pa3paboTKe MPOTOKOJIOB BEJCHHS MAIFIEHTOB, OII-
peneneHus TeparneBTUYeCKOW CTpaTernd, Hexoc-
TaTOK KaK COOTBETCTBYIOIIUX MEIUIIMHCKUX IIpe-
MapaToB, TaK U METOAHNK UX MPUMEHEHUSI.

o CorrabHbIe TIOCTIEICTBUS: JKU3HD C PEAKUM
3a00JIeBaHNEM 3aTParuBaeT BCE €€ aCIeKThI: KOy,
BEIOOp paboTHI, TOCYT C APY3bSIMU U SMOIMOHAb-
Hyto cdepy. Bo3MokHa M30MSMNS, UCKITIOYEHUE U3
COIMyMa, JWCKPUMHHANNS B TIONYyYEHHWH DPa3Idd-
HBIX CTPaXOBBIX TTOJIICOB U OYEHB YaCTO — OTPAHU-
YeHHe Ipo(ecCHOHATFHBIX BO3MO)KHOCTEH.

e HemoctaTok COOTBETCTBYIOIIETO KadecTBa
3pPaBOOXPAHEHHUS: TAIMEeHT C peAKuM 3aboseBa-
HAEeM TpeOyeT BHHMAHHMS W pPeabHINTANH Y
O4YeHb OOJBIIOTO Kpyra CHENHAINCTOB. Takum
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00pa3oM, YeTIOBEK MOKET OCTaBaThCs 0€3 BHIMAaHHUS
¥ JOJDKHOTO yXOJa, NMpUYeM WHOTIA NaKe TOT[a,
KOT/Ia €My YCTaHOBJICH MTPAaBUIIBHBIN AUArHO3.

¢ Bricokasi CTOMMOCTH CYIIECTBYIOIIUX JIe-
KapCTBEHHBIX NPENapaToB M yX0/a: HHHOBAI[MOH-
HBIE METOJBI JICYSHHs] HEpaBHO IOCTYITHBI H3-3a
3arma3/bIBaHus YPETyJIUPOBAHUS CTOMMOCTH IIpe-
rmapara ¥ BO3MOYKHOCTH KOMIIEHCAIIWW, HEIOCTa-
TOYHOCTh ONBITA y MPAKTUKYIONINX Bpaded W OT-
CYyTCTBHE YETKHX PeKOMEHIanui [2, 8].

Ycnexu B McciieJOBaHMU peaKuX 0oJie3Hel.
B mocnennne mecsaTuieTHs OTMEYAETCS POCT MH-
Tepeca K opdaHHBIM 3a00JIeBaHHUSIM OJyaromaps
pa3MYHBIM COLMANBHBIM OpraHm3anmsM. Bce 3To
CIOCOOCTBYeT W POCTYy HAy4YHBIX HCCIICHOBAHHM,
Pa3TMYHBIX MPOTPAaMM TS U3yHIEHUs] OCOOEHHOCTEH
Pa3BUTHSL, KIMHUKH, BO3MOXKHOCTEH JISUSHHS U pea-
OWJTMTAIINN JTIOJICH C PEOKUME  3a00JICBAaHHUSIMH.
MHorve conuanbHble OPTaHNu3aIiy OCYIIECTBIISIOT
TIOUIEP)KKY HAYYHBIX TIpoeKToB. OfHa M3 CyIIecT-
BEHHBIX TIPOOJIEeM — IMOAOOP JOCTATOYHOTO YHCIIA
TIAIMEHTOB B TPYIIITY FCCIIEIOBAHHS. JTO ITPUBOIHUT
K HEOOXOIMMOCTH OOBEeTMHEHHS HCCICAOBAHUA B
pPa3IMYHBIX CTpaHax (MEKIyHApOTHOE YyYacTHe).
Taxke 3TO MPUBOIUT K HEOOXOAWMOCTH TIIATEIh-
HOTO BBIOOpa METOJIa WCCIEOBAHMS M CTATHCTHYe-
CKOM 00pabOTKM JaHHBIX, MTOyYacMbIX Ha CpPaBHHU-
TENbHO HEOONBIMMX Tpymmax HaOmomenwid. Emre
onHa TIpobieMa — COOIIO/ICHHUE TIPaB TMarMeHTa 1
HepasTiIanieHne JNYHBIX TaHHBIX.

Bonwmol mpo6iaeMoli SBISIETCS BOBJICUYCHHE
(hapMaKoIOTNIeCcKOi MPOMBIIUIEHHOCTH B HCCIe-
JIOBaHMSI BO3MOXHOCTEH JieueHHs peAkux 3abole-
BaHMM. Takue WUcCCeIOBaHUS CTUMYJHMPYIOTCS CO
CTOPOHEI MPaBUTEILCTBEHHBIX OpraHu3auii 3, 9].

Jleyenue opdaHHBbIX 3ad0ojeBaHuii. Op-
(haHHBIMH HA3BIBAIOT MPETaparhl, MperHa3HaYeH-
HBI€ [Tl JUATHOCTUKH, MPOMUITAKTHKH U JICUESHUS
penxux 3aboneBanuii. Takoe Ha3BaHHWE OHH ITONY-
YUIH W3-32 DKOHOMHYECKOW Hed()PEKTHBHOCTH
Uit (hapMaKOJIOTHIECKOW MHIYCTPUH, TTOCKOIBKY
MpeIHa3HAYal0TCs ISl OYeHb HEMHOTOYHCIICHHON
TPYIIIEI JTI0CeH. 3aTpaThl Ha pa3paboTKy W peaju-
3alMI0 JAaHHBIX IIPETapaToB IMPEBBIMIAIOT MOY-
JaeMyI0 TPHOBLIb, TIOPTOMY pPa3IMIHBIC OOIIECT-
BEHHBIE W TIPABUTEILCTBEHHBIE OpTaHU3allUU
CTUMYJMPYIOT JaHHBIA pazfen (apmakxomornde-
CKOM MPOMBIIIUIEHHOCTH.

[lepBBie 3aKOHONATENHEHO 3aKpeTUieHHBIE WC-
CIIETOBAHMS, KAacaOIIUeCs MPernapaToB I Jiede-
HUS, TUATHOCTUKH W TPO(OHUIAKTHKH Op(aHHBIX
3aboseBanuil, mosBIHCH B 1983 romy co cmoH-
copckoit mommepxkkoir B CIIA («Orphan Drug
Act»). DTOT aKT BKIIFOYAIT:

e ipotokon (pekomeHmarun FDA — Food
and Drug Administration, YmpaBieHue 1mo muTa-
HUIO U (PapMaKOJIOTHN) TOKIUHUICCKUX U KITMHH-
YECKHUX MCTBITAHUH JUIs JalbHEHIIEro mpoaBuKe-
HUS TIPENapaToB Ha PHIHOK;

® periaMeHThl MHAHCOBOU TOIACPIKKH;

® TPAHTHI I UCCIIEIOBAaHNN OpaHHBIX Mpe-
MaparTos;

® HaJTMYMe MpaBa CEMHIJIETHEH KCKIIIO3UBHO-
CTH TIperapara Ha phIHKe.

[Ipexxae wem TpOCTHMYIHPOBATH MPOJIBHKE-
HHE KaKOTo-JIMOO Ipernapara, HeoOX0auMO IOy IUTh
ot OOPD (Office of Orphan Product Development,
BemomMcTBO 1O pa3BUTHIO OpdaHHBIX IPETIapaToB)
paspemenne. [l 3Toro mpemocraBiseTcs UH(Op-
Marys o 3a00JIEBAHUH M €TO YacTOTE B ITOITYJISIINH,
OITCaHMe Tpernapara, He0OXOIUMOCTh €T0 UCIIONb-
30BaHMs, OIICHKA U 000CHOBaHME pacxooB [9—12].

K Texymemy momenty B CIIA BBITyIIIeHO HA
perHOK Oosiee 300 opdaHHBIX TpemnapaTroB, KOTO-
pBIE Ay TIOJIOKUTENBHBIA Pe3yNbTaT B JICUCHUH
Oomee yeM 12 MITH aMepHKaHIIEB 1 MHOT'OYHCIICH-
HOTO KOJM4YecTBa JIIoAel B JApyrux crpaHax. B
EBpoie COMP (Committee for Orphan Medicinal
Products, KomuTeT 1m0 peakuM METUITAHCKIM
MIPOTyKTaM) BBIBEN Ha PHIHOK 40 HOBBIX Iperapa-
T0B Kk 2007 1. m 6osee 500 mMpoxXoaST MCIIBITAHUS
[13, 14]. bomee 800 mpemapaToB HaxXOmATCSI B
nporiecce n3ydeHus. O6beM 0q00pEHHBIX Ipema-
paToB yBennuuBaetcs Ha 143 % exeromno [9, 14].
3a mocmenHee aecaTmwierne 10 mpemapaToB OBLIH
BKJIFOUEHBI B MTPOTOKOJIBI JIEUEHUS peaKuX Ooies-
e, Co3maeTcsi MHOXKECTBO OpraHW3aIiii (CIIoH-
COpOB), KOTOpBIE BBIAAIOT TPAHTHI JJIS WCCIENO-
BaHMI B 00JacTH OpdaHHBIX MpernapaToB W TPO-
IyKTOB. 1'070BOH 1M0X0A MPUONHM3UTEIBHO CO-
crapnger 14 MiaH nosutapoB. BOJIBIIMHCTBO TpaH-
TOB (0KOJIO 76 %) MOITYY4arOT MEIUITUHCKUE IeH-
TPBI, COBMECTHO IIPOBOJIINE HWCCIEIOBAHUSI C
yHuBepcuteramu, 19 % rpaHTOB — (papmakonoru-
YecKue KoMIaHuu. YeTBepTh UCCiIeIOBaHUN MPUXO-
JIATCS Ha TIperapaTsl Uit OHKooruw, 14 % — s
MeTaboInYecKuX 3a0oeBanuii, Menee 10 % — Ha
pasIugIHBIC ApyTHe 3a00aeBanust [9].

CoXXHOCTh Pa3BHUTHS 3TOTO CEKTOpa KIMHU-
geckoi (papMakoIoruu 00YCIIOBJIEHA OTCYTCTBH-
€M pa3paboTaHHBIX IMOAXOAOB K HM3YUEHUIO (-
(exTHBHOCTH ¥ OE30MACHOCTH HCIOIB30BAHU
JIEKapCTBEHHBIX CPENICTB MPHU OpdaHHBIX 3a00ire-
BaHUAX, TaK KaK TPATUIFOHHBIC MOIXOIBI, TIPH-
MeHseMBbIe K KpyITHOMACIITaOHBIM, XOPOIIIO CIUIa-
HUPOBAaHHBIM KIMHUYECKAM WCCIIEZOBAaHUSIM, B
ATUX CITydasx HempuemiieMsl [1].

3akonomarenbctBo EC He TOMBKO TIOMOTIIO
MIpUBIIEYh WHBECTOPOB B cepy NpPOM3BOACTBA
op¢aHHBIX JIEKAPCTBEHHBIX CPEICTB, HO M CO3/IaTh
HOBBIE KOMIIAaHUH, CPOKYCHPOBAaHHBIE Ha HCCIe-
JOBaHUSAX M pa3paboTKe 3TUX HpoaykToB. CoOT-
BETCTBEHHO, ATO MPHUBEIIO K POCTY YHCIA pabOIrX
MecT B marHOU cdepe ¢ 2000 o 2008 rr. Ha 150 %
Y K YBEJIMUYEHHIO 3aTpaT Ha op(aHHBIE ITpemapaTsl
Ha 200 %. Yucno KIMHUYECKUX HCCIEIOBAaHUHA B
9TON 00JIACTH TaK)Ke IMOCTOSHHO PacTeT: B Hadase
2009 r. Ha Bcewt Tepputopun EC MX HacUNTHIBa-
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nock 6onee 2,5 teic. Okono 50 % 3THX Hccleno-
BaHUI MPUXOAMIOCH HA PEIKHE BUIBI PAKOBBIX 3a-
OomreBanmii, 8§ % — Ha 3a001eBaHNS HEPBHOW CHCTE-
Mbl, 7 % — Ha 3a00J€BaHMs CKEJIETHO-MBIIICYHON
cucrembl. boree 80 % KIMHIYECKHUX HCCIIETOBAHIN
OCYIIECTBIISIIOTCS B CTPaHaXx, Tie B OTHOIICHUH Pe-
KUX 3a00JIeBaHMiA TIPOBOIUTCS OTIpEeIeHHas TOCy-
JApCTBEHHAs MOJHTHKA. Jlmmepom cpean HUX SBIS-
etcs DpaHius, B KOTOPOH BEAETCS HAHMOOJbBINEe KO-
JIMYECTBO UCCIIEAOBATEIBCKIX MPOEKTOB [15].

ba3a paHHbIX opdaHHBIX 3a00JIeBaHUIA.
Hwuskas gacTora BCTpe4aeMOCTH penkux 3aboire-
BaHHUH TpeOyeT MPUMEHEHHUS KOMOMHHPOBAHHBIX
METO/IOB THATHOCTUKH, MPO(QUIAKTHKHA U HOBBIX
MOAXOJOB K JIedeHHI0. /|15 Toro 4ToOBl H3yIUTH
B3aNMOCBSI3H «TE€HOTHII-)CHOTHID», OB MpOBe-
JICH aHalln3 BceX op(daHHBIX 3a00JICBAaHHH C yKe
M3BECTHON I'€HHOM MyTallMeH, jexalieid B OCHO-
Be OoJsie3Hn. BriepBrie ObLITH 0OBETMHEHBI CYIIle-
CTByIOIIME ceTH: 0aza maHHBIX opdaHHBIX 00-
nme3Hed W 0a3a JAHHBIX TEHHBIX MYTallUd TIpH
penkux 3aboneBaHUSAX. B pesymprare 3THX HC-
CIIeTOBaHUN OBLIM HAWIECHBI CBI3M MEXIy ¢e-
HOTUIUYECKH IMOXOKUMH U (EHOTHUITHYECKIMHU
pa3HeIMu opdaHHBEIME 3aboneBaHusIMA. OgHAKO
B3aWMOCBSI3H MEXIY KOHKPETHBIMH T€HAMH U
MyTalUsIMHA B HUX U (PEHOTUIUIECKUMHU MPOSIB-
JIEHUSIMH OCTAIOTCS JI0 CETOMHSIIHETO THS HE 10
KOHITa W3y4eHHBIMH [16].

IIpuopureTsl 3APABOOXPAHEHHHA, COLHUATb-
Hble, ITHYeCKHEe ACNeKThI. | mobanmpHas crpaTerus
B OTHOIIEHWH Op(aHHBIX 3a00JEBaHUA — OTO
o0beIMHEeHNE OIbITa W 3HAHWW, MONYyYEHHBIX OT
MHOTOYHUCIIEHHBIX UCCIIEZIOBaHUI B OOJACTH KIIH-
HUKA W TIPUMEHEHUs OpQaHHBIX JIEKaPCTBEHHBIX
MIPeTapaToB M MPOIYKTOB MTUTAHNS.

O0603Ha4YeHB OCHOBHEIE MIPUOPHUTETHI B pado-
T€ 3/[paBOOXPAHEHHUS B OTHOLICHUH Op(aHHBIX 3a-
OomneBanuii [5]:

1. Penkue 3a001eBaHns — 3HAYMMBIN acleKT
obmactu 3npaBooxpaHeHus. COBMECTHO OHH IIO-
paxkator O6osee 8 % TOITYJIALNHN, YTO COOTBETCTBY-
€T 3HAYNTEIIbHOMY YHCITY YKUTEIEH.

2. JledeHne W peabWIIATAIIASI — IPABO Kax-
Jloro maruenra. J[eWCTBYIOT HEAUCKPUMUHAIIMOH-
HBIW, FOPUAMYECKUN U 3TUYECKUM acleKThI IOMOIIIH,
OKa3bIBAEMOH a/IpECHO KaXKIOMY HYKIAFOIIEMYCSI.

3. Kaxnas ctpaHa nojep>XxuBaeT pa3invyHbie
WCCIIEZIOBATENbCKIE TPOTPAMMBI, KacaroIIUecs
peaKux 3a00IeBaHUM.

4. BcecTOpoHHHE TOAXOJbl K U3YUEHHUIO Op-
(haHHBIX TIpenapaToB: oOpa3oBaHUE, MPOPUITAKTH-
Ka, TUarHOCTHKA, JICUeHUE U PEeaOIINTAIIH Taln-
€HTOB, COITMAIbHAS TIOJIePIKKA.

5. KauectBennas wHpopManus, HHPOPMHUAPO-
BaHHOE COTJIacHe, HE3aBHCHMBIE PEIIeHUS B HE-
YKOCHHUTEIHPHOM COOIIIOJICHUH TIPaB ¥ 3allUTE T1a-
nueHTa u ero cembu. CoueTaHHble 3HAHU, 00ec-
MEYNBAONINE CKPUHUHT W TIOHUMAaHHE pHCKa,

JOJDKHBI HEYKOCHHTEIBHO CIIEI0BAaTh 3a obectie-
YeHHEM BBIOOpa MPOPUITAKTHKHA, 3a00THl W BHH-
MaHUS K MTAHEeHTY W He3aBUCHMBIX PEIICHHH.

OCHOBHBIMH 3THYECKIMH W COIHAIHLHBIMU
aCTIEKTaMH SIBIITIOTCS [5]:

1. Penxue 60e3HU CO34AIOT HEPABEHCTBO H
YSA3BUMOCTb ITOPAKEHHBIX JIFOJIEH.

2. YenoBek ¢ penkuM 3a00JICBaHUEM HMEET
MpaBO Ha TMOXHW3HEHHOE JeueHune. Pa3mmuHbie
MpOrpaMMBI M TIOJHCH JOJDKHBI 00ecrednBaTh
MOIIEPXKKY JAHHBIX MPaB.

3. JIoIKHBI OOBEKTUBHO PACTIPEACIIATHCS pe-
Cypchl Ha BCE€ acCleKThl HCCIIeZIOBaHWH, Kacaro-
muXxcsl peakux 3aboseBaHuii. 3HaUYeHHWE IIPOBO-
TUMBIX HCCIICIOBAaHUN peaKuX 3a00jeBaHUN —
3TO, KaK MpaBWiIO, MOJy4YeHHUE eHHOW mHpopMa-
MU O TMIPUYUHAX PA3BHUTHUS pEAKUX OOJIe3HEH, UTO
MTO3BOJIUT PACIIMPUTH BO3MOKHOCTH HE TOJIBKO FIX
JIEYEHUs], HO ¥ MTPO(DUIAKTHKH.

4. Kputepun aHTeHATaJIbHOTO M HEOHATaJb-
HOTO CKPWHWHTA W 3THYECKHI KOHTPOJIb 3a paz-
JUYHBIMH TIPEAYIPEKAAIOMIUMHI TECTAMHU JOJKHBI
MTOCTOSTHHO TIEpecMaTpUBATHCS B CBETE IOIydae-
MBIX 3HAHWHA O MPUYMWHAX 3a00JEBaHHS, OCBEOM-
JIEHHOCTH TPYIN MOAAEPKKW H TAIMeHTa U BO3-
MOXXHOCTEH TTPO(HIIAKTHKY peIKUX OOJIe3HEH.

5. HeoOXoauMo OCYIIECTBIATh MOMACPKKY
U CTUMYJIHPOBATh Pa3BUTHE METOJOB JICUCHHS
penkux 3aboieBaHWN, TOAMEPKUBATD KIWHHUYE-
CKHe HCCJe0BaHus (B TOM YHCIe C TOYKH 3pe-
HUS 0€30MaCHOCTH TMAIMEeHTa) ¢ MCIOJIb30BaHU-
€M 3aperuCTPUPOBAHHBIX Op¢aHHBIX Mpemnapa-
TOB U APYTHX METOJNIOB JIEYEHHU, pacCMaTPUBATh
BOIIPOCHI BKIIFOYEHHS X B IPOTOKOJBI JIEUCHHUS.
OTO MO3BOJHUT 3HAYUTEIHHO yNYUIINTh KadeCT-
BO XU3HH M UCXOJ 3a00JIeBaHMUs.

6. Onenka 3(h(heKTUBHOCTH W CTOMMOCTH JIeUe-
HUSL PEIKOro 3a00JIeBaHMS TOJDKHA OOCYKIATHCS C
TOYKH 3PEHUs] Pa3IHYHBIX (PaKTOPOB: WHIUBHIY-
anpHas1, COIMAIbHAs ¥ SKOHOMHYECKas BRITO/Ia.

7. HeoOxomumo pa3BHBaTh OOIIECTBEHHYIO
MOAJIEPKKY HYepe3 pa3InyHble MOKEePTBOBAHUS
Ha Pa3BUTHE TEXHOJIOTHHA W TOSBIEHHWE HOBBIX
MpenapaTos.

8. HeoOxomuMo co3gaBaTh TPYIITBI 3aIIATHI
MalMeHTOB, KOTOpBIE MJOJDKHBI O0OecrnednBaTh
pacnpoctpanenne wHpopManuu 00 opdaHHBIX
00JIe3HAX, BXOOUTh B KadeCTBE HE3aBUCHMOTO
TUIa B pa3IUYHbIE KOHCYJIbTAaTHBHBIE M JKC-
MepPTHBIE COBETHI IS PEIISHUsI BOPOCOB TUIAHU-
pOBaHUS WCCIENOBAaHWN, pEMIEHUS HSTHIECKUX
mpo0JsieM, BeIeHHS MMaleHTOB | T. 1.

9. JlomkHBI pa3BUBATHCA WH()OPMAITMOHHEBIE
CEeTH, KOTOPBIE TO3BOJIAT 00ECTIeunBaTh CBOEBpE-
MCHHOH, HaJIEKHOW W TOJIC3HOW WHOOpMAaITHei
3aMHTEPECOBAHHBIX JIMI], BHICTYNAIOMINX B Kade-
CTBE JIKCIEPTOB B BOMIpPOCAX YMHpPaBIEHHS COOCT-
BEHHBIM 3/I0POBBEM IPH IMIOCTOSHHOM COICHCTBUN
OpraHoB 37JPaBOOXPAHEHUS.
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B CIIA co3mana cucteMa KOOPAHHAIMH CTIe-
[MUAIM3UPOBAHHON TIOMOIIM, 0Opa30BaTENbHBIX
[EHTPOB, yXOJa Ha OMY JUIA TAlHEHTOB C Op-
(haHHBIMU 3a00JICBAaHUSAMHU W WICHOB WX CEMEil.
Taroke CyIecTByeT TeHETHISCKUI alTbsTHC TS 00he-
JIMHEHUsI BCEBO3MO)KHBIX TPYIII, 00ECHEUHNBAOIITNX
MOJACPKKY MAIMEHTOB C PEJKON MaTOJIOTUEH.

ITogoOHBIM 00pa3oM HajmaxkeHa paboTa W B
EBporre. B 1999 r. 6ni1a amantupoBaHa mporpam-
Ma AESTEIHHOCTH OOIIEeCTBEHHBIX OpPTraHU3aINil B
OTHOIICHUN penkux 3abosieBanmii. OCHOBHaS
[eNb — YJIYYIIUTh KadeCTBO >KU3HH IS TOpa-
JKEHHBIX JIIOJIEH, MOMOIIb B IONY4YeHHH HH(DOP-
MAIiH JJIs TTallAeHTOB U UX CeMel, KOOpAWHAIUS
JIESITeTFHOCTH BOJIOHTEPOB U MPO(ECCHOHANBHBIX
rpynn nojaepxkku. B 2009 r. EBponelickas ko-
MUCCHSI 00BEIMHUIA aKThl B OTHOIICHUH PEIKHX
3a0o0neBaHuil W ompeAeniia TaHHYIO0 TPYITY Kak
MIPHOPUTET B 3APABOOXPAHEHHH.

RAPSODY (Rare Disease Patient Solidarity
Project, IIporpamMmma emrHCTBA TIAITUECHTOB C pPe/l-
KHMH 3a00JIeBaHUSAMH) — OOBEAMHECHHE, 00ecTIe-
YUBaloliee KBATH(UIIMPOBAHHYIO MTOMOIIIb, MOITY-
yeHne WHGOPMAINH U COSIAMHSIONIee MHOTOYHC-
JICHHBIC OOIIECTBEHHBIE OpraHu3aiuu [14].

RDCRN (The Rare Diseases Clinical Research
Network, CeTb KIMHAYECKAX HUCCIICIOBAHNN PEIKHX
3a00JIeBaHNi) — CeTh, OOBEIUHSIONMAs 19 KoHCOp-
[IUYMOB, BEAYIINX WCCIEIOBAHUS W TUATHOCTUKY
90 penkwx 3a0oreBaHmil B 97 YHUBEpCUTETAX, M KOOP-
JIMHAIFOHHBIC TICHTPBI 10 00pabOTKE TIOTYIeHHBIX Pe-
3yJbTaToB. J{aHHAs CeTh TPENOCTABISIET BO3MOKHOCTh
Pa3TMYHBIM HUCCIICI0BATEISIM COTPYTHIYATH [17].

EURORDIS (The European Organization
for Rare Disorders, EBpormeiickas opranuzamnus
U peakux OoJie3HeW) — HeTpaBUTEIHCTBEH-
Has accomuanus, o0ObenmHsromas 585 opranu-
3anuit manueHToB ¢ 4000 pegkux 3abo0yeBaHUM
n3 54 crTpaH, KOoTOopas OCYIIECTBISIET CBOIO
NeSTeIbHOCTh NMPH aKTUBHOM yYacCTHUH TaIfeH-
TOB W UIX TIpencTaBuTelei [3].

NORD (The National Organization for Rare
Disorders, HarionamsHaast opranvzarmst s PeIKiux
0oJIe3He) IMEeT CHITFHOE BIMSIHUE Ha BOIUTOIICHYC B
JKI3HB «AKTa 00 ophaHHBIX Tpenaparax» [3, 9].

Hanmonanpapid wHCTUTYT 3m0poBhs CIIA
crmocooctBoBan pazputuio ORDR (The Office of
Rare Diseases Research, BegoMcTBO Mo uccieno-
BaHUWIO peAKux OoJe3Hel), yuapexaenHon B 2002 r.
B paMKaX «AKTa 0 peakux 3aboneBaHusix» («Rare
Diseases Act»). ORDR oxa3piBaeT mogaepx Ky
HCCIIeNOBaHNN peaKuX 3a00JIeBaHUi M oOecredn-
BaeT nH(popmareit o Hux [18, 19].

B 2010 r. B bemapycu mosBmiack oOIIeCT-
BeHHas «bemopycckas opranu3anus O0IBHBIX My-
KOTIOJIMCAXapHua030M H JAPYTUMH DPEIKUMHU TeHe-
TUYECKIMH 3a00JeBaHUAMMY», BKIIOYAIOIIAs TIa-
IIUEHTOB ¢ 45 HozojorusMu. OpraHu3aiuis okKa-

3BIBAET TTOMOIIb MAIIMEHTaM C TeHETHYECKUMH 3a-
OONeBaHUSAMH W WX CEMbSIM (ampec caita —
http://www.mpssociety.by).

3axnwouenue

Takum o6pazom, opdaHHBIE 3a00JICBaHUS SB-
JISTIOTCSI  aKTyaJIbHON TTPOOJIEMOH COBPEMEHHOTO
3npaBooxpaHeHusd U obmiecTBa B memoM. Oco3Ha-
HUE 3TOU TIPOOJIEMBl — TICPBBIH IIar K OKa3aHUIO
MTOMOIIIH TTAITUEHTaM C PEIKUMHU 3a00JI€BaHUAMA U
WX CeMbAM, a TaKXe K OCYIIECTBICHHIO Tpodu-
JIAKTUKU PEIKOH MaTOIOTHH.
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