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3AKOHOJATEJbHBINA MOIXO0/I K JJEUEHUIO PEJIKUX
3ABOJIEBAHUI

Jlynma I'.C.

I'BOY BIIO HoBocubupckuii rocyiapcTBEeHHbIN MeTUIIMHCKUIN YHUBepcuTeT Mun3apasa Poccun
HoBocubupck, Poccus

Pe3tome. Tepmun «opghannvie 6onesnu» (penkue Oone3nu, anri. orphan disease) BrepBble mosiBuiIcs B siHBape 1983 roma B
CHIA npu npunstum 3akoHa «Orphan Drug Act», mpenHa3HaueHHOTO JJIsi TMOOUIpeHus (apMaleBTUUECKUX KOMITAHUHA K
pa3paboTKe MmpenapaToB U JICUCHUS OOoJe3HeH, KOTOphle MMEIOT HeOONbIIoi peiHOK. COrTacHO 3TOMY 3aKOHY, KOMITaHWH,
KOTOpbIE pa3padaThIBaIOT TAKKE JISKAPCTBA, MOTYT IIPOJAaBaTh NX 0e3 KOHKypca B TEUEHHE CEMHU JIET U IMEIOT HaJOTOBBIC JIBTOTHI
Ha KIIMHUYECKHE UCIbITaHus. He cyliecTByeT equMHOro, MIMPOKO MPUHUMAEMOro OmpeelieHus opdaHHbIX 3a0oneBanuii. He
CYIIECTBYET KaKOTr0-TO €IMHOTO YPOBHSI PaCIPOCTPAHEHHOCTH 3a00JI€BaHMs B TIOMYJISIIIMH, TIPH KOTOPOM €ro HaYWHAIOT CUUTATh
peaKuM.

KiroueBnble ciioBa: JICUCHUC, PCAKUC 3a60J’[CBaHI/I$I, 3aKOHOAATCIILCTBO.

LEGISLATIVE APPROACH TO TREATMENT OF RARE

DISEASES
Luppa G.S.
SBEI HPE Novosibirsk State Medical University of Ministry of Health
Novosibirsk, Russia
Resume. The term “orphan disease” (rare diseases, Eng. Orphan disease) first appeared in January 1983 in the United States in
making the law «Orphan Drug Act», designed to encourage pharmaceutical companies to develop drugs for diseases that have a
small market. According to this law, companies that develop these drugs can sell them without competition for seven years and
have tax credits for clinical trials. There is no single, widely accepted definition of orphan diseases. There is no single level of
disease prevalence in the population, in which it considered a rare start.
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Opdannoe 3a001eBaHUEe - ITO YTPOXKAKOIIEES
KM3HH W 3I0POBBI0 XPOHHUYECKOE 3a00JIeBaHUE,

denepanbHBI  3aKOH «00 OCHOBax OXpaHbl
310poBbs  rpaxaaH Poccuiickoit ®enepauumny,

KOTOPOE€ UMEET HACTOJIbKO HU3KYIO BCTPEYAEMOCTb,
4T0 HEOOXOAMMO TPHMEHEHHE CHEeIHaIbHBIX
yCWJIMH ISl TIPENOTBpaIleHus 3a00J1eBaeMOCTH,
paHHE CMEPTHOCTH U MOBBILICHUS KaYeCTBA KU3HU
OOJIbHBIX
B CIIA Akt o penkux 3a0oyieBaHUAX
(Rare Disease Act) 2002 roma ompenenser
opdanHble 00e3HH KaK «00JE€3HH WM COCTOSHHUS,
3arparuBatomue meHee 200 000 mrogeit B CIIA».
B Snonun opdanubie 60JIE3HN OMPEAETSIOTCS KaK
Oones3nu, 3arparubarommue Mexnee 50 000 maueHToB.
B Poccun 3TOT KpUTEpHii — 4acTOTa BCTPEYAEMOCTH
10:100 000 wacenenusi. EBpocoro3 mpuUHSII
cienyroliee ornpeneneHne ophaHHbIX OOJIe3HE:
«Opdannoe 3aboneBaHHe — 3TO YrpoKaromiee
KU3HU U 3I0pPOBBI0 XpPOHHMYECKOE 3a00JieBaHUE,
KOTOpPOE€ UMEET HACTOJIbKO HU3KYIO BCTPEYaeMOCTb,
4T0 HEOOXOAMMO TPHMEHEHHE CHEIHaIbHBIX
yCWJIMH ISl TPEeNOTBpalleHus 3a00s1eBaeMOCTH,
paHHEe CMEPTHOCTH U MOBBILICHUS KAYeCTBA KU3HU
OOJIbHBIXY.
B suBape 2012 roma BCTymaer B CHIY
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B KOTOPOM €CTh CTaThsi O peakux (opdaHHBIX )
3aboneBanusx. Panee mpu paboTe HaJ 3aKOHOM
OBLT COCTaBIICH MEPEYCHb 3a00JICBAHUU U PETUCTP
MAIUEHTOB, CTPAJAIONIMX 3TUMU 3a00JICBAaHUSMHU.
Coszmaetcs cucTteMa OKa3aHHsl OMOIIM OOJbHBIM
¢ opdaHHBIMH 3a00JICBAHUSIMHU.
Munzapascoupazsutusi Poccun  moaro-
TOBHWJIO TIEpEeUYCHb peAKuX (0phaHHbIX) 3a00IEeBaHUI:
1. 'emonuTHKO — ypeMUUECKUI CUHIPOM

2. ITapokcu3manbHast HOYHAsI TeMOITIOOUHYpUS
(Mapxkuadassl — Mukesn)

3. Unuonarudeckass TpOMOOITUTOIICHHYECKAS
nyprypa(CUHIpOM DBaHCa)

4. Knaccuueckasi (peHUIKETOHYPHS
5. pyrue Buabl runeppeHMIaTaHnHEMHS
6. Tupozunemus

7. Hapyuienust oOMeHa TUCTHINHA
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8. bone3Hb «KIEHOBOTO CUPOIIa
9. M3oBanepuaHoBas aluaeMHus

10. MeTunumanioHoBasi allUIEMUS

11. IIponnuoHoBast aruaeMus

12. TomouucTUHYpUs

13. I'mokapukanuaypust

14. l'unepau3uHeMus

15. bonesus [Tommne

16. HemocTaTtoOYHOCTE TaJJaKTOKMHA3EI

17. Tamakro3zeMus

18. bone3np ®abpu (-AHAEPCOH)

19. bBone3ur Humana — Iuka

20. Mykononucaxapu03 Tuil [

21. Mykononucaxapuno3s tam [I

22. Mykononucaxapuo3 tamn VI

23. Hapymenue oOmeHa (bones3nn

Bunscona)

Menu

24. Jlerounass (aprepuaiabHas)
(upnonaruyeckas) (mepBUYHAas)

TUIICPTCH3UA

B cBoeit pabGore s paccMOTprO Tpu U3
NPUBEACHHOTO BBIINIE TMEPEYHs, HUMEIIUXCS Ha
tepputopun HCO. D10 Mykonucaxapuao3 Il tumna,
6one3np I[lomme, OGone3np Dabpu (-AHAEPCOH).
Hcnonp30BaHbl ObUTH CTAaTbU M KHUTHU 110 TEHETHKE
U onvcanuio ophaHHbIX 3a0oneBanuii. 1 mepedyeHb
ophanHbIx 3a0oneBanmil PO.

Mykononucaxapuno3 I tuna (MIIC I,
cuHapoM XaHTepa) — X-CIEIUICHHO PEeleCCUBHO
HacJIeyeMoe 3aboneBaHue, BBbI3BAaHHOE
CHIDKEHHEM aKTHUBHOCTH JIM30COMHOTO (epMeHTa
uaypo- Har-2-cynbdarassl W NPHUBOIAIICEe K
MPOrPECCUPYIONIEMY HAKOIJICHHIO B  KIETKax
OOJIBHOTO  IIMKO3aMHHOIIIMKAHOB, JEpMaTaH H
renapaHcynbdara. CymiecTBylOT JiBa BapuaHTa
oonesan A u B. [Ipu BapmanTe A Bce CHMITOMBI
BBIDQKEHBI, 0OJE3Hb TMPOTEKAET TIKEIO, C
YMCTBEHHOH OTCTaJIOCTBIO; CMEPTh HACTYIAeT
no 15 ner. Ilpu Bapmante B Tedenune OonesHu
JIeTKOe, YMCTBEHHas  OTCTaJOCTh  BBIpaKeHa
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HE3HAYUTEIbHO WM OTCYTCTBYET, OOJIbHbIE HEPEIKO
noxuBaroT 10 30 geT. OOBIYHO MAIMEHTHI IOTH0AI0T
oT CEpJEUYHOCOCYIUCTON JIEKOMIIEHCAII1H.
3aboneBanue BmepBble omucano B 1917 T
KaHaackuM TepaneBToM Y. XaHTepoM, KOTOpBIN
IIPOaHAIM3UPOBAII U ONKCAJ KIMHUUECKYIO KapTUHY
3aboneBaHus y 1ByX OparbeB 8 u 10 net ¢ rpyObiMu
yepraMy JIMIA, YMCTBEHHOM OTCTaJOCTBIO U
XapaKTEepPHBIMU JAHHBIMU PEHTI€HOIPAMM CYCTaBOB
koHeuHocTed. UYactora BcTpewaemoctn MIIC 11
B Mupe cocrtasisieT 1:170 OOO HOBOpOXIECHHBIX
MaJIbYHKOB.

Cunnpom  XanTtepa €IMHCTBECHHBIN
MIIC, xoTopblil Hacienyercs Mo X-CLEIIEHHOMY
penieccuBHOMY Tuny. boneroT mnpenMylnecTBEHHO
JIMIa MY»CKOT'0 110718, MaTh 00JIbHOTO B OOJIBIITMHCTBE
CITy4aeB SBJISAETCS TeTePO3UTOTHON HOCUTEIIbHULICH
naronoruueckoro rexa. 20 wuroHa 2005 roma
aMepukaHckas  (apMmaleBTHYecKass  KOMIIAHUS
Shire Human Genetic Therapies Inc. (KemOpumx)
o0bsBMJIAa O  TOCIEIHUX  IOJIOKUTEIbHBIX
pe3yabratax — KIMHUYECKUX  HCCIIEJOBaHUH €
uCroyib30BaHUEeM Tpemapara Omanpa3 (Elaprase)
JUIS JIGYEHHs ITalMEHTOB C CHHIPOMOM XaHTepa
(I'ynrepa). Komnanust npecraBuia ojHbIE JaHHbIE
[0 HCCIIEAOBAaHUIO HAa MEAMIMHCKOM COOpaHUU
ocenbto 2005 roga. B Hos6pe 2005 rona koMnaHus
Shire monama 3asBKy B YIpaBlIeHHE KOHTPOJIS
npoayktoBuyekapcTs CILIA (FDA)napeructpamnmro
npenapara, a 24 uroins 2006 roga FDA opunuansHo
of00puiia TPOM3BOACTBO U PACIpPOCTPAHEHHE
nperapara 3aMmecturenbHor Tepanuu Elaprasetm
JUTs IedeHnst Mykonoiucaxapuao3a Il tTuna. B urone
2006 roma mpemapaT NpOIIET JIMIIEH3UPOBaHHE
B CIIA, a B 2007 rony - B EBpone. B Poccun
OoH 3apeructpupoBaH B wmapre 2008 roma. B
HacTOsLIEE BpEMsI 3TO EIMHCTBEHHBIM Ipernapar

B MHUpE, pEalbHO YIYYIIAIOUIMA COCTOSHHE
OompHBIX  cuHApoMOM  XaHTepa.  [Ipemapar
IIPEJICTABIISIET coboit PEKOMOMHAHTHBIN

yenoBedeckuii ¢pepment iduronate-2-sulfatase -
9TO0 (hepMEeHTO3aMECTHTENIbHAs Tepamus, TO €CTh
TOT CaMblil «IBOPHHK)», BBIUUIIAIONINIA OpTaHU3M.
Mexanu3m JiedeHus] CHHIpOMa XaHTepa DJarpazom
MOX0X HA MEXaHW3M JICUCHUS ThadeTa NHCYJINHOM:
BBEJI MHCYJIMH - TOJHOLICHHBIM YEJIOBEK, HE BBEI -
YEJIOBEK YMHUPAET.

Cunnpom [lomrie (omucan HUIEPIAHICKUM
BpadyoM J.-C. Pompe, 1901-1945; cunonumm —
mukoreHo3 tuma II) —Bo3HMKaeT B pe3ynbrare
MyTallUd B TE€HE JIM30COMHOM Kuciao a-D-
TTIOKO3H/Ia3bl, KOTOPasi 00CCIIEUNBACT JICTPATAIIHIO
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IJIMKOT€Ha B JIM30cOMax. TWI HacienoBaHUS
3a00€eBaHUsl - AyTOCOMHO-PEIECCUBHBIA. [eH
KapTUPOBaH Ha XxpomocoMe 17q23; xapakrepusyercs
HaKOIIJICHUEM IVIMKOI€HAa B CEpALIE U MBIIIIAX.
Paznuuaior paHHIOI0 WHGAHTWIBHYIO, IO3/IHION0
MH(GAHTUIBHYIO, IOBEHWIBHYIO U B3pOCIble (POPMBI
C XpOHHMYECKHUM TedeHHeM 3aboseBaHus. PaHHAA
uHpaHTWIbHAs (QOopMa BO3HHMKAET B IMEpPBbIC
MeCSLbI )KU3HU U XapaKTepU3yeTcsl MJIaKCUBOCTbIO,
CHW)KCHUEM JIBUTaTEJIbHOM aKTUBHOCTH, T€HEpa-

JU30BaHHOM  INPOTIPECCUPYIOLIEH  MBIILIECYHOU
CJ1a00CThIO, BKIIIOYAs ABIXATEIbHYI MYCKYIATypYy.
HaGmronaercs 3aJIepiKKa IICUXOMOTOPHOTO

pa3BUTHA: peOCHOK HE JIEPKUT TOJNIOBY, HE CHJIUT,
NpY MaJbHAIMA MOXXET BBISBIATHCS TUIEPTPOQUS
MBIIII. BBISBIAIOTCS TPYIHOCTH BCKapMIIMBaHMS
3a cueT aucdaruu, runorpodus. XapaKTepHbIMU
NpU3HAKaMU 3200JI€BaHUS SBJISFOTCS MAKPOIIIOCCHS,
BBID@)KEHHAs] KapAUOMETalus M TernaToOMerasmsl.
CMmepte OONBHBIX HacTymaeT B Bo3pacte 10 1
roga OT CEpIEYHOM WIH CEpAEYHO-JIETOYHON
HEeOCTaTOYHOCTH. [lo3fHsst WHGaHTWIBHAS |
IOBEHWIbHAs ()OPMBbI HAYMHAIOTCS B MIIaJICHUECTBE,
B PAaHHEM U CTaplIeM JETCKOM Bo3pacTe -0T 3 110 10
net. KnuHuueckue NposIBIECHUS XapaKTEpU3YHOTCS
MPOTPECCUPYIONICH MBIMIEYHOW AuCTpoduert u
BHUCIIEpOMeTaINel (KapIuoMerains, rernaroMeraius,
cruieHomeranus). CMepTh HacTynaeT Ha BTOPOM
JNECATUICTUN JKU3HU OT JE€KOMIIEHCUPOBaHHOMN
CEPIEYHO-JIETOYHOM HENOCTAaTOYHOCTH. B3pocnas
dbopma manudectupyer Ha 2-3 IECATUICTUH KU3HU
Y TIPOSIBIISICTCS CAMITTOMAMH IUCTATBHOM MHOTIATHH,
CKOJIMO30M I'PYAHOTO OTZeNa, JIOPI030M, MEJIJIEHHO
IIPOrPECCUPYIOLLEN CEPACYHON HENOCTATOYHOCTBIO.
bonbuble noxkuBaioT 10 crapoctu. Crienupuieckux
MeTonoB JeyeHus Oosie3Hu [lomme Het. Jleuenue
CUMIITOMAaTUYECKOE, IpU TEpaluu CEPIACUHOMI
HE/I0CTaTOYHOCTH CJIEAYET YYUTHIBaTh OIMACHOCTb
NPUMEHEHHS CEpIEYHBIX INMKO3MA0B. IIporHos.
BonpmmHCTBO AeTedl mormGaroT 10 OKOHYAHHS
MIEPBOIO T0/1a KU3HH.

3aboneBaHue ®dabpu o0ycJioBIeHa
HEIOCTAaTOYHOCTBIO  JIM30COMHOWM  THJIPOJIA3bI
- a-rajakto3wjasel A,  Haciemgyercss 1o

X-CLEIJICHHOMY PELECCUBHOMY THILY, B CBSI3U C
4eM KIMHUYECKas CHMITOMATUKA IIPOSBISETCA
y i Myxckoro mnona. I'eH a-ramakrosupassl A
JIOKaJIM30BaH Ha JJIUHHOM Iulede X-XPOMOCOMBI
Xq22 q24. DOH3UMHBIA HENOCTAaTOK IPUBOJUT K
CHUCTEMHOMY OTJIOKEHHUIO C(UHTOIITMKOIUIHUIOB U
[JIMKOIIPOTEN/1a B TOPAKEHHBIX TKAHX, B YaCTHOCTH
B DJHJOTEIMH M NIAJKOH MYCKYJIaType COCYIOB,
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ceparle, moykax (IMovYeyHbIe KITyOOUKH M KaHAJIbIIbI),
mia3ax — (ANUTEIHAJbHBIE  KIETKH  POTOBUILBI),
TaHITIUSAX BETETaTUBHOM CEPIUTON CUCTEMBI.
JlexapcTBa: GlaxoSmithKlin (GSK)
nu  Amicus  Therapeutics  00BsBUIM 00
OKOHYATEJIbHOM OOOIOHOM DEUICHWH DPa3BHUThH
U KOMMEpIMAIU3UpOBaTh mpemapar Amigal™
(migalastat HCI), koTopblif HaX0AUTCS B HACTOALIEe
BpeMsa B Daze III ximMHMYECKUX HMCHBITAHUU IS
nedenust 6one3nu Fabry, penkoro HaciencTBeHHOTO
3aboneBanus. Takum o6pazom, Amigal™ oTHocHUTCA
K Kiaccy op¢aHHBIX NpenaparoB s JICUCHUS

PEAKUX TEHETUYECKUX 3a00IeBaHUH.
BoNbIIMHCTBO ICHET UIeT U3 PeTHOHAITLHOTO

u (penepanpHoro Oromkera. I[lmoc B momoris
Obula co3maHa mnporpamma «7 Hosonoruit.» Tak
K€ TPUHUMAIOTCS TOXKEPTBOBaHUS B  (DOHIBI
MOMOIIK OOJILHBIM ~ Op(aHHBIMU 3a00JIEBAHUSMH;
onuH u3 Takux B YensOuHCkoW 001acTH MOMOIIH
IeTIM C pEAKUMH 3a00J€BaHUSIMH OKa3bIBACT
OnarorBoputenbHbll QoHa «PomHas». A Tak ke
co3gaHo Bcepoccuiickoe o00mecTBo ophaHHBIX
3a00s1eBaHuUi. [Ipencenarenem MpaBJICHUS
opranMzanuu  crtaja  ExarepuHa  3axaposa,
pYKOBOAMTENh  Ja0OpAaTOPUU  HACIEICTBEHHBIX
Oone3Hell 0OMeHa BEIeCTB MEIUKO—TEeHETUYECKOTO
Hay4yHoro enrpa PAH. «MbITpuBeTCTBYEM HEJTaBHO
NpUHATHIA 3ak0H «O0 OCHOBaxX OXpaHbBI 3/I0POBbS
rpaxkaaH», IJe BIEpBble ObLJIO JTaHO OIpelesiCHHE
penkux  3a0oneBaHMA M HaMEUeHbl  IYTH
(buHaHCHpPOBaHUS JIEKAPCTBEHHOTO 00OecreueHUs
MAIMeHTOB ¢ peakuMu 3aboneBaHusiMUA. OmHAKO
HEOOXOMMO OTMETHTh, YTO CErogHs B CTpaHe
OTCYTCTBYET €JUHBIN CUCTEMHBIN [TOJIX0]1 K PEIIEHU IO
npobnembl. W BiusHue Ha ero QopmupoBaHHe
JIOJDKHO OBITH HAIlCH OCHOBHOM LIENIBIOY, - 3asBHIIA

3axaposBa.
Hecmotpst Ha  OrpaHMYEHHOE  YHUCIIO
MalMeHTOB, JUIsi ~ KOTOPBIX  MpeIHA3HAYCHBI

op(daHHBIC TIpemapaThl, CIACEHHBIC C X TTOMOIIBIO
KU3HH OCCIICHHBI C OOIIEYEIIOBEYECKON TOYKHU
3peHus. 3aKpeIuieHue B 3aKOHE MOHSTUN «PEeaKue
3a00seBaHus» U «opdaHHbIE IIpenaparb) - MEPBbIit
IIar Ha Iy TH K PEIICHHUEO MPOOJIEMBI, M MBI HaJIEEMCSI
Ha CKOpO€ TMOSBICHHE MEXaHU3MOB, KOTOpBIE
obecredar poCCHUCKUM TMAIUEHTaM, CTPaJA0IIM
OT penkux 3abosieBaHui, TOCTYM K 3((HEKTUBHBIM

nperaparaM, KOTOpbICE MOI'yT IIOAAPUTH UM
MOJTHOICHHYIO KN3Hb.
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