28 beBpanga — MexgyHapoaHbin AeHb Peakux 0ore3Hen

OP®AHHbIE BOAE3HHA



Mo MHMUKMaTUBE eBPONENCKOM
opraHmsaumm No U3y4eHUo peaknx
oonesHen EURORDIS cambin
peaknn geHb B rogy — 29 dpeBpangd
— ohuumanbHO Nonyyun crartyc
MexayHapogHoro OHA peakunx
3abonesaHun (Rare Disease Day).
B HeBMCOKOCHbIE rogbl NpasgHuK
oTMevaeTca 28 doeBpans.




CnpaBo4YHUK SABMSETCS NOSTHbIM COBPEMEHHbBIM
n3gaHMem no MegmuuHe, ocBeLLarLWLnM peakme
(opdaHHbIe) bonesHn. PaccMOTpeHbI NPUYUHLI,
CONYTCTBYKLUNE, NTOKarNbHblE, XPOHUYECKMNE
CUMNTOMbI Done3Hen, MeTodbl ANAarHOCTUKU U
neyeHus. \sagaHne nmeet yoobHyto CTPYKTypy —
andpaBUTHbIN yKa3aTesrib NaTUHCKUX Ha3BaHUi
3aboneBaHun. B kHUre gaHbl onncaHus oKoso
1000 opdaHHbIX bonesHen, HO30M10MMYECKUX
€dNHNL, CUMNTOMOB N CUHAPOMOB, OTPaXXEHbI
BOMNPOCHI X 3TUOMNOrMK N NaToreHesa.

BaxxHown oTnnyutenbHOn 0COOEHHOCTbLIO 34aHUA
ABMAETCHA Hanu4ne KoMnakT-amcka c
AOMONHUTENbHbLIMM CNPaBOYHBIMN MaTepuanamu,
obnapgatowlero ygobHoM NONCKOBOW CUCTEMON,
NO3BONSIOLLEN ONEPATUBHO HAXOAUTb HYXKHYIO
CNpaBOYHYO MHOPMALIMIO CRELManucTy.

KHura npegHa3sHayeHa Bpadam-reHeTukam, a
Takke Heobxoamma B paboTe Bpadven obLien
NPaKTUKN.

/2205 / 4-96-HO

AL YYYAJIUH

JHIMKJONEINA
PEJIKUX
BOJE3HEI

YYYAAUH AAEKCAHAP rPUTOPbEBWY. SHLIMKAONEAUSA PEAKUX BOAE3HEM :
CMPABOYHUK. M. : TPOTAP-MEAUA : AVUTTEPPA, 2014. 672 C.



Ha npagax pykpfincu
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JIEBHAIIIBHJIH 7JKAHHA TABPHJIOBHA

TYBYJIONATHH C BEAYIIHM CHHJIPOMOM PAXHTA,
NMOYEYHOI'O KAHAJIBIIEBOI'O ATIHJI03A M AJTKAJIO3A,
PEJKWE CUHAPOMBI ¥V JIETEH

14.01.08 — nesmarpns

28 OKT 2015

ABTOPEDEPAT
JINCCEPTALNSA HA CONCKAHHE YUEHOIt CTeNncHN

EEMGRAAAN
P-108582 / A 36-HO

AEBUALLBUAU )KAHHA TFABPUAOBHA. TYBYAOINATHUU C BEAYLLIUM CUHAPOMOM
PAXUTA, NOYEYHOIO KAHAABLIEBOTO AUMAO3A U ANKANOSA, PEAKUE
CUHAPOMbI Y AETEU : ABTOPEGEPAT AUC. ... A-PA MEA. HAYK : 14.01.08 / CAHKT-
NMETEPBYPI. IOC. NEAUATP. MEA. YH-T. CIb., 2015, 42 C.




H.T1. BumKoBcKas

UHO®OPMUPOBAHHOCTb BPAUEN O PEAKUX (OPM®AHHBIX)
BOAE3HAX N TAKTUKA ITPU «TPYAHOM» AUATHOS3E

['ocyaapcTBeHHOE DI0AKeTHOe yupexAeHHe I'. MocKBEl « HayuHO-UCCAeAOBATeABCKUN HHCTUTYT OpraHu3alluu
3APABOOXPaHeHMsT U MEAUIIMHCKOIO MeHepA)KMeHTa AellapTaMeHTa 3ApaBooxXpaHeHust . MocKBbl», MockBa, P®

IlpencraBiieH pe3yJbTaT COIIHOJOIHYECKOTO HCCIeIOBAaHHUsA, NMpoOBeeHHOTo cpeau 150 Bpaueii mo
npodiaeme pearux (opdpaHHbIX) 6osesHeil (OB). [IpoananusznpoBaHbl YypOBeHb 3HaHHH (MHpOpPMHpO-
BaHHOCTH) Bpaueii OCHOBHBIX XapakTepuctuk OB, Ho30MOrHYeCcKHX (pOPM, TUATHOCTHKH M CKPHHHH-
TOBBIX 00CJIe/TOBaHHUIi, perHCTPaliH, a TaKkke TARTHRA Bpauya NPH HAJINYUH y pebGeHKa 3a00eBaHUA
¢ HeCHOM aTHONOTHel. Pe3yabTaThl HecleI0BaHUA NMORA3aJIU HEJOCTATOYHOCTh 3HAHHII Bpayeil mo
pasauuHbM acnerktaMm OB, uTo ABIdeTCcA OCHOBaHMEM /I BRIAKYeHUs npodiaem OB B nmporpaMmmel
NOBBINIEHNA KBalu(pHRaUU Bpaydeii, ocBemeHusa nHpopmanuu 06 OB Ha roHpepeHIHAX H CHMIIO-
3MyMax; UCTOJIb30BaHHA HAYYHO-MeTOAHYECRHUX H IHPERTHBHBIX MaTe pHAaJIOB /I pacupocTpaHeHus
B MeIHIMHCKHX OPraHU3aHAX.

Kniwoueevie cnoea: pedrxue (oppartbvle ) 60a€3HU, UHPOPMUPOBAHHOCM b 8payell-neduampos, 6pavedHas
makmuka, pezucmpol OpPHarHvLx 60Je3Hel, CKPUHUHZ08ble UCCNe0068AHUA.

Hum.: A.I1. Bumkogckas. HH@popmuposarnHocms épayeil o peOxkux (Op@harnHovLX ) 601e3HAX U MAKMUKA
npu «mpydrom» duaznosze. ITeduampua.2017; 96 (4 ): 199-206.

BUTKOBCKASA W.N, UHOOPMUPOBAHHOCTb BPAUENA O PEAKUX (OP®AHHbBIX)
BOAE3HAX U TAKTUKA INMPU TPYAHOM» AUATHO3E // NEAUATPUA. )XKYPHAA UM.
IH. CIEPAHCKOIO. 2017. T. 96. N2 4. C. 199-206.
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https://elibrary.ru/item.asp?id=29712874

PEAKUE (OP®AHHDLIE) BOJIE3HU

B SMULEHTPE NMPOBAEM HAYYHO-TEXHUYECKOrO Nporpecca n chepe
KOMMEPYECKMX MHTEPEeCOoB GAPMALIEBTUYECKMX KOMMAHWI

HEPOBEEB B.A,., K.M.H., 3KCNepT-KOHCYALTAHT HBIM «cAMmua», 1. Oaecca

Pepkne (opdaHHbie) BOAE3HN 3ATPAMMBAIOT HEBOABLLYIO YOCTb MNONYASLMK, YACTO SIBAS-
OTCS TeHETUYECKUMI 1 COMPOBONACIOT YEAOBEKA B TEYEHWE BCEI €r0 XXM3HN, ACKKE €CAM
CUMMTOMbI TAKOW NATOACTAN MPOSIBASIKOTCS HE CPa3y. B pasHbIX CTRCHAX OnpeAeAeHne 1
nepeyeHs OPGAHHBIX 3ABOAEBAHMI MPUHUMCIOTCS HO FTOCYACPCTBEHHOM YPOBHE, € AMHOTO
ONPEAESASHM AAS HUX HE CYLLECTBYET, TAK XKe KAK HET EAMHOTO KpUTEPWS OTHECEHWS 3a60-
AEBCHWIA K 2TOW rpynne. BerUAY HU3KOrO YPOBHS PACMPOCTRAHEHNS 3TUX HO3OAOTUIA OCACHK-
HEHO UX AMTTHOCTMKA, MPOBAEMATNYHO TAIOKE UX ASYEHKE,

OAHOKO MEAWLIMHA HE CTOUT HO MecTe, MHOrMe BUoTeXHoAOTUYECKNE 1 GapPMALIEBTUYE-
CKNE KOMMOHUN BEAYT CKTUBHBIE PA3PRTOOTKM MHHOBALMOHHLIX MPOAYKTOB, MNPEeAHC3HOYEH-
HbIX AAST AGYEHWS PEAKUX 3ABOAESBAHUIA. TP 3TOM KOAMYECTBO OPGAHHBIX MPEendpdToB B
MUPE YBEAMUMBAETCS, ACBCIS NALUMEHTAM C PEAKNMI 3CB0OAEBAHVSIMIN HOAENKAY HA 2hdeK-
TMBHOE AeYEHME 1 MPOAAEHWE XKU3HW, A GAPMALEBTUYECKNE KOMMNCHWA UMEIOT 3HCYNTEAL-
HbI KOMMERYECKUI MHTEPEC B BAMKANLLIEN N OTACQAEHHOW NepCcneKTvBe.

TC])MHH «l)pllk‘lllllblc Done3Hn» (pea-  Kmo4u» OIHOr0 WHHOBALIMOHHOIO JeKap- JIHUEBBIX U a010MHUHANBHBIX MPUCTYIIOB

pun, ctout 409,5 Teic. 10a/roa. B 2009 r.
obbem mpozax Soliris coctasun 295 MiH |
aon. (www.soliris.com).
Tpu caeaylounx npernapara croar ro-
prjKa 350 Thic. 201/TO1.
Elaprase (uaypcynbgasa, Shire Human

Genetic Therapies,Inc.) — KomneHcupy- |

€T HEJ0CTATOK OZHOTO M3 JH3OCOMATLHBIX |
(PEPMEHTOB, TeHETHUECKH  OOYCIOBNEH- |
HAZ HEXBATKA KOTOPOTO pasBUBaeTCd Npu |

cHHIpoMe XaHTepa (MVYKOMOJIMCAXApPUIO3 i

I1 tuna). Mo nossaerms Elaprase neuetne |
cHHIpoMa XaHTepa OrpaHHuMBANOCH Nal- |
MATHBHOI Tepanueil (wwwelaprase.com). |

Naglazyme (raabcynbgasza, BioMarin

Pharmaceuticals) — nepBulil M eIMHCTBEH- |

HBIil Tpenapar 14 MedeHus CHHIpoMa |

Maporo — Jlamn (MyKomoJaucaxapuios |

VI Tuna). Naglazyme 3ameuaer Helocta- |

HEPOBEEB B.A. PEAKUE (OP®AHHDIE) BOAE3HU B 3NMULUEHTPE MPOBAEM HAYYHO-
TEXHUYECKOI'O NPOIrPECCA U COEPE KOMMEPYECKUX UHTEPECOB
GAPMALIEBTUMECKUX KOMIMAHWUW // HOBOCTU MEAULIUHBI U DPAPMALIUMU, 2015.
Ne 12 (547). C. 22-24_M.
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Coimnurxoea Kcenusn I'eopcueena
cmyoenmxa, 4 kype, Oodeccxuii MeOUYUHCKUTI UHCIUINYM
Meosicoynapoonviit ecymanumapmwiii ynueepcumem, Qdecca, Vipauna

Mapxuna Inveupa Jleonuooena
Kanouoam XuMudeckux Hayk, ooyenm xageopovr PKT'
Ooecckuii MeOuyuHcKUtl UHCMUMYM
Meowcoynapoonuiii cymanumapnuiii ynuseepcumem, Qdecca, YVepauna
omimgy@rambler.ru

OP®AHHBIE BOJIE3HH

Annoranusi. B paGote paccmarpuBarorcsi peakue 3abosieBaHusi B Mupe, Yikpamne u Onecckoi
obiacTu.

KiroueBbie cJsoBa: opdaHHbIe 3a00eBaHUs, 3/IPaBOOXpPAHEHUE, MEIHMIIMHCKUE IIpeIaparhl,
OHMOTEXHOJIOTHH.

BrnepBrie TepmuH «opdaHHbIE O0ne3HN» (peakue 3aboeBaHusl, «O0JIE3HU-CUPOTHD ) TTOSIBIIICS B 1983
r. B CIIIA. K penkxum 3a6oeBaHHUSIM OTHOCST JIF000€ 3a00JIEBaHUE, 3aTParuBarolllee HE3HAUYUTEIIbHYIO JacTh
HacejleHHs. B OoibImMHCTBE ciydaeB pelkue 3a0oieBaHUSI — 3TO XPOHHYECKHE OOJIE3HH, HMEIOIUe

TSDKEJIOe, XPOHHMYECKOE, IIPOrpecCHpyIollee MPOTEKaHUE, COIpoBOXKIaromeecss  (OpPMHUPOBAHUEM
JIETCHEPAaTUBHBIX HM3MEHEHHMI B OpPraHU3ME, CHIDKAIONIME Ka4ECTBO JKM3HM M €€ IIPOJOJDKHTEIILHOCTD,

CbITHUKOBA K.I., MAPKWHA 3.A. OP®AHHbIE BOAE3HU // B KHUTE:
F'YMAHITAPHUU TA IHHOBALIIMHUA PAKYPC NPO®ECIMHOI MAUCTEPHOCTI:
NMOLUYKU MOAOAUX BUEHUX MATEPIAAI Il MDKHAPOAHOI HAYKOBO-TTPAKTUYHOI
KOH®EPEHLLII CTYAEHTIB, ACMIPAHTIB TA MOAOAUX BYEHUX. 2016. C. 235-238.
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HepeHo-mbiwieynbie BOJIE3HH
ﬂeOHmO/zoewlecxue np06/leMb1 Heespoocuu

flymb nayuenma ¢ pefxkuM AUarHo3omM: HopMamuBHble JOKYMEHMbI
U opradusauus neyebHo-guarHocmu4yecKoro npouecca npu opfaHiom
3aboneBanuu B Poccuiickou Mepnepayuu

TOM7

C.1. Kyues
DBTHY «Meduro-eenemuyeckuii Hayunoiit uenmp»; Poccus, 115478 Mockea, ya. Mockeopeusve, 1

Konmaxmeui: Cepeeir Heanosuu Kyuee mgne@med-gen.ru

Tpedcmasaenvt npacoevle 0CHOGHE MEOUUUHCKOU ROMOWLU AUUAM ¢ peOKUMU (0pphanHbimu) 3ab0aecanusmu, ucnoibzyemolie ¢ Pedepaivrom
3akone «O0 0cHocax oxparsl 300poabst epaxcoan ¢ Poccuiickoit @edep auuu», npasuia cedenust ghedepaibio2o pesucmpa ophanibvix 60.ae3-
Hell U Mapuipymu3auust NAuUeHma ¢ memu Ho30402UYeCKUMU hopmamu, 04 KOMOPbIX NP e0a0NCeHO feHeHUe.

Kiroueevte caioea: Pedep arvhblii 3aK0H, oxpana 300poaews, oparnas 6oae3mns, pedkas 601e3Hb

DOI: 10.17650/2222-8721-2017-7-4-61-63

KYUEB C.U. NYTb NAUUEHTA C PEAKUM AUATHO3OM: HOPMATUBHbIE
AOKYMEHTbI U OPTAHU3ALUA AEHEBHO-AUATHOCTUYHECKOIO NMPOLIECCA NMPU
OP®AHHOM 3AEOAEBAHUWU B POCCUUCKOU DEAEPALIUU //
HEPBHO-MbILUEYHbIE BOAE3HWU. 2017. T. 7. Ne 4. C. 61-63.
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A.A. Cokonos,

O.M.H., npodeccop kadeaps aHecTesmonormm u peaHumartonormum um. B.J1. Banesckoro

C3IMY um. .. Meununkosa, ncnonHutensHsolit aupektop HIM «HaumonansHein Coset akcneptos
no peakum GonesHam»

O.10. Anexcaugposa,

O.M.H., npodeccop kadeaps OCHOB 3AKOHOAATENLCTBA B 3apasooxpaHeHmun [MTMIMY

um. LM, Ceuenosa

D.H. Kagsbipos,

A.3.H., LleHTpanbHeii HOyYHO-MCCNEenoOBATENLCKMM MHCTUTYT OPraHM3aumMm u MHGOPMATU3IAL UM
3ppaBooxpaHeHuna Munsapasa Poccuun, r. Mocksa, Poccus

BbICOKOTEXHONOIMM M4YHA4A
VIEOVILUWIHCKAA NOoOVvIOLLb

BOJIbHbIVI PEOKVIVIVI SBABOJIEBAHVIAMVIN -
MNMPOBJIENVbI OPIrAHVSALLVIVN

M VIHAHCVIPOBAHVIA

V YIIK 614.2

! Cokonos A.A., Anexcargposa O.fO., Kagsipos @.H. BeicokoT@xHOROrmyHas MeaumnHckas nomMoLus 60sHuM peq-
! kuMu 3a60nesannIMmu — npobnems opranu3aunmn n Gunancuposanmns (HIN «Hauoransmsii Coser skcnepros
! no peakum GonesHam», [IMIMY um. U.M. Ceverosa, r. Mocksa, Poccus, LleHTpansHsili HayuHO-MCCNERo8aresnisckusi
Y MHCTUTYT opranmsawm m nHpopmarmsaumm sapasooxparermns Munsapasa Poccum, r. Mocksa, Poccus)

:AHHoraunﬁ. B cratse ananuampyiotcs npobnembl OKA3aHUSA BLICOKOTEXHOMOMMUYHOM MEAUUMHCKOM NOMOLWM GONbHLIM
! PenKimu (opdarHbIMK) 3a60nesaHmamu. [laHbl pekomeHaaummn No CoOBEepPLIEHCTBOBAHMIO OPraHM3AUMOHHBLIX U dUHAHCO-
! BbIX MEXAHM3MOB OPTaHU3AUMM MEQMUMHCKOM NOMOLLYA GonbHbM ¢ peakumm (opdarHbIMK) 3a6onesarHuamu.

\ Knioueswe cnosa: peaxme [opdarrsie) Gonesuu, BsICOKOTEXHOMOrMYHAS MEAMUMHCKAS [MOMOLUb, JIEKAPCTBEHHbIe
\ npenapare..

COKOAOB A.A., AAEKCAHAPOBA 0.10., KAABbIPOB @.H. BbICOKOTEXHOAOT'MYHAA
MEAULUNHCKAA NOMOLLb BOAbHbIM PEAKUMU 3ABOAEBAHUAMMU - TPOBAEMBbI

OPTAHU3AUNU U PUHAHCUPOBAHUA // MEHEAKEP SAPABOOXPAHEHUSA. 2016.
Ne 6. C. 60-70,

HTTPS://ELIBRARY.RU/ITEM.ASP?ID=26713322
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3AKOHOJIATEJILHBIN MOIXO K JEUEHUIO PEJIKUX
3ABOJEBAHUM

Jlynna I'.C.

I'BOY BIIO HoBocubupckuii rocy1apcTBEHHbIH MEAMLMHCKHI yHUBEpcHTeT MuHn3apasa Poccun

Hosocubupck, Poccus
Pesome. Tepmun «opghannsie 6oresniy (peaxue Gonesnu, anri. orphan disease) BnepBbie nosBuiics B sHBape 1983 roga B
CILIA npu npunstiu 3akoHa «Orphan Drug Act», npejHazHaucHHOrO JUis MOOLIPCHHs (PAPMALCBTHYCCKHX KOMIAHHMH K
paspaboTke npenaparoB Jyis JiedeHHs 00JIe3HEH, KOTOpbIe UMEIOT HeOOIbIIONH peiHOK. COMIACHO TOMY 3aKOHY, KOMIAHHH,
KOTOpBIE pazpadaThIBaIOT TAKKE JIeKapcTBa, MOTYT IPOaBaTh HX 03 KOHKypca B TeUSHHe CEMH JIET H HMEIOT HAJIOrOBbIE JIBIOTHI
HAa KIMHMYecKHe ucnbitanus. He cyliecrByer eauHOro, MIMPOKO NPUHUMAEMOro onpeaenenus opdannbix 3abonesanuii. He
CYIICCTBYCT KAKOI0-TO CAMHOTO YPOBHS PACTIPOCTPAHCHHOCTH 3a00JICBAHMS B TONYIISIIIMH, TPH KOTOPOM €r0 HAYHHAIOT CYUTATH
peaKHM.

K.imioueBble ciioBa: jieucHue, pejikue 3a001eBanms, 3aKOHOAATEIbCTBO.

LEGISLATIVE APPROACH TO TREATMENT OF RARE

DISEASES
Luppa G.S.
SBEI HPE Novosibirsk State Medical University of Ministry of Health
Novosibirsk, Russia

AYMNA I.C. BAKOHOAATEAbHbBIW MOAXOA K AEYEHWUIO PEAKUX 3ABOAEBAHWUH //
BECTHUK KIMA UM. U.K. AXYHBAEBA. 2014. Ne 4, C. 14-17.

HTTPS://ELIBRARY.RU/ITEM.ASP?ID=22665005
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PEOKUE 3ABONNEBAHUA B COBPEMEHHOWU CUCTEME
30PABOOXPAHEHUA POCCUACKOW ®EOEPALIUM:
BbIABJIEHUE U NYTU UX PELLEHUA

T. M. BoHpapeBa

lamueopckuli Meduko-ghapmauesmudeckull uHemumym — ¢punuan M60OY B0 «Bonzozpadckull
20cydapcmeeHHb Il MeduyuHckul yHusepcumemy» M3 P, 2. [Mamuzopck, Poccus.
E-mail: ta.bondarewa@yandex.ru

B nacmoswee epema enumarue ece2o Mupogo2o coobujecmea npueilexarom peoxKue ulu
peoduatuuue (opgartvie) 3aboreeanun, NPULUHBL U NAMNO2EHE3 KOMOPbIX C1ab0 U3VHEeHbl, a Me-
moodvl ux aedexHus maio paspadomatsvi. «Ovenv pedxkue Oo1e3HU» Oe1arom NAYUeHmoe U Ux
cembu uzotupoearHeMu u yaseumoimu. K coscanenuro, Ha ce2o0HAwHUI OeHb 3NUOeMUOTO2U-
YecKue OanHvle, KOMopbvle AQIAOMCA OOCMYNHBIMU, HeadeKeamubsl 012 OONbULUHCINEA PeoKUX
bonesneil, 4mobeor Oams moynyto kapmuty. Ocmaromea HepeuleHHbIMU eONPOCyHl, KACAIOWUECA
onpeodenenua peoxocmu 3abalesanua, ouggeperyupoearua opgaritvix bonesreil Ha peoxue u
yaempapeoKue, a maxace npobnemvl, C&A3aHHbvle ¢ NOCMPOCHUEM YeIMKO OMIAAX}CEHHOU, CKOOp-
OUHUPOBAHHOUL CUCTEMbl PUHAHCUPOBAHUA MAKUX OONbHBIX HA edeparvHOM U PecUOHATbHOM
ypoeHax. B ceazu ¢ 4em, npobrema opgarnHvix 6ONbHBIX AKIAEMCA OOHOU U3 AKIMYATbHEeUUUX
O/11 OIMe4ecmeeHH oll Cucmembsl 30paeoOXPaHeHUA.

BOHAAPEBA T.M. PEAKUE SABONEBAHWA B COBPEMEHHOW CUCTEME
3APABOOXPAHEHUA POCCUMCKOW OEAEPALIUU: BbIABAEHUE U MYTU UX
PELLEHUA // B CEOPHUKE: AKTYAABHBIE NPOBAEMbI ®PAPMALIEBTUYECKOM
HAYKU U NPAKTUKH, 2014. C. 9-12,
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M. B. NoaeasHukosa”

JIEKAPCTBEHHOE OBECIIEYMEHWVE J1INLU,
CTPAOAHOLLINX
PEOAKNMMW (OP®AHHbIMW) 3ABOJIEBAHNAMW

PaccmaTpmBaloTCA MOHATUA «opdaHHoe 3aboneBaHune» u «opdaHHble
nekapcTBeHHble cpeactBa». Ocoboe BHMMaHMe yOenaeTcs BONpocamMm LO-
CTYNHOCTU NEeKapCTBEeHHbIX NPenapaTtoB ANA ne4YyeHns peakux BonesHen.
[NenaeTtca BbiBOO4 O HEOBXOAMMOCTM M3MEHEeHWa 3aKoHOoL4aTeNbCTBa B Ya-
CcTM BecnnaTtHoro nMpefocTaBfeHns MeAMKaMeHTOB opdaHHbIM BoNbHbIM
M O CO3OaHMWM CneumanbHOro MexaHM3Ma fnekapcTBeHHoOro obecnedeHus
TakuUX NauUeHTOB.

Kniodessie c1o8a: opdaHHble 3aboneBaHns, nekapcrseHHoe obecneyeHume,
[OCTYMHOCTL NEKAPCTBEHHbLIX CPencTs

Brnepssie nipotiiema «op¢aHHBIX», «CHPOTCKHX» 3a0oiieBaHNIl OblIa 03BydyeHa B 1983 1.
B CIITIA B cBs3M ¢ NpHHATHEM 3akoHa «Orphan Drug Act», oTHOCSIIET0o K Op(paHHBIM
3a00JIEBaHUSIM HEAYTH, 3aTparusaromniue He Oosee 200 ThIC. YEJI0BEK, KUBYIIHNX B 3TOH
crpaHe. Ilo3:xe mogoOHBIE AKTHI OBLIM NPHHATHI B fmmoHNN M EBpoleiickoM coro3el.
HecMoTtps Ha 3T0, 10 CHX MOP B MHPE OTCYTCTBYET €AHHOE MHEHHE O TOM, KaKOI T0JIK-
Ha OBITH YacTOTa BCTPEIaeMOCTH 3a00JIEBaHHSA, UTOOBI €ro MOKHO OBUJIO OTHECTH K

NOABA3HUKOBA M.B. AEKAPCTBEHHOE OBECINEYEHUE AULL, CTPAAAIOLLIUX
PEAKUMU (OPOAHHLIMW) 3ABOAEBAHUAMMU // POCCUNCKUNA FOPUAUYECKWUH
XXYPHAA. 2014. Ne 3 (96). C. 174-185.
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DOI: 10.15690/vsp.v15i4.1584
A.C. Kon6uu'' 2, P.A. FCanewnH?, C.M. Manbiwes?

1 Nepeblit CaHKT-MNeTepbyprcKkuii rocynapcTBeHHbI MegUUUHCKUA YyHUBepcuTeT nM. axkan. M.M. Naenoea,
CaHKT-MeTepbypr, Poccuinckaa denepayma

2 CaHKT-NMeTepbyprckMin rocygapcTBeHHbIM YHUBepcuTeT, CaHKT-MeTepbypr, Poccuinickaa degepauma

2 CeBepo-3anafHbin denepanbHbiil MeUUMHCKUIA McenefoBaTenbCKUil LeHTp um. B.A. Anmasosa, CaHKT-
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ABSTRACT

Background: At present, there is no universal definition of rare
disease. Objective: To provide an overview of rare disease definitions
currently used globally. Methods: We systematically searched for
definitions related to rare disease from organizations in 32 interna-
tional jurisdictions. Descriptive statistics of definitions were gener-
ated and prevalence thresholds were calculated. Results: We
identified 296 definitions from 1109 organizations. The terms “rare
disease(s)” and “orphan drug(s)” were used most frequently (38% and
27% of the definitions, respectively). Qualitative descriptors such as
“life-threatening” were used infrequently. A prevalence threshold was
specified in at least one definition in 88% of the jurisdictions. The
average prevalence threshold across organizations within individual
jurisdictions ranged from 5 to 76 cases/100,000 people. Most juris-
dictions (66%) had an average prevalence threshold between 40 and
50 cases/100,000 people, with a global average of 40 cases/100,000
people. Prevalence thresholds used by different organizations within

individual jurisdictions wvaried substantially. Across jurisdictions,
umbrella patient organizations had the highest (most liberal) average
prevalence threshold (47 cases/100,000 people), whereas private payers
had the lowest threshold (18 cases/100,000 people). Conclusions:
Despite variation in the terminology and prevalence thresholds used
to define rare diseases among different jurisdictions and organizations,
the terms “rare disease” and “orphan drug” are used most widely and
the average prevalence threshold is between 40 and 50 cases/100,000
people. These findings highlight the existing diversity among defini-
tions of rare diseases, but suggest that any attempts to harmonize rare
disease definitions should focus on standardizing objective criteria such
as prevalence thresholds and avoid qualitative descriptors.

Keywords: orphan drugs, prevalence, rare disease, terminology.
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