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Ilenb: M3y4nTh OCHOBHbIE aCIIeKTbI OKa3aHMs IIOMOLIM [ieTsIM ¢ opdaHHbIMK 3abomeBaHmsAMHU B Poccuitckoit Penepanmim.
Marepuaibl ¥ METORBI: [I/IsI pea/n3alyy yKa3aHHO e/ Obl M3y4eHbl Hanuboree aKTyanbHble IMTePaTyPHbIE NCTOYHIUK,
cofiep)KaHue KOTOPBIX OCBEIIA/IO IIPeCTaBaeHst 00 opQaHHbIX 3a00/IeBaHISIX B Pa3/IMIHBIX CTpaHax mMupa u B PP, a takxe
TaKTUKY U PeryIMpoBaHMe MeXaHI3MOB [IOMOIIM MALMEHTaM C PefKuMM 60jie3HAMI. Pe3synbTaThl: UCCIEOBAHIE TT0KA34JIO,
YTO Ja/leKo He BO BCeX CTPAaHAX CYIIECTBYeT 3aKOHOAATe/IbHOE PeryIMpOBaHe OKasaH!A MOMOILIM Op¢daHHBIM MalieHTaM 1
Hamboree IepefoBbIMI B 3TOM oTHommeHun ABnATcA CIIA u crpanbl 3anagHoit EBpoIsl, Ifie onpefeneHbl YeTKye KpUTepun
onpepenenus opQaHHOI IATOMOTUM, a TAKXKe TIPeNIPYHIMACTCS P, Mep [/Is HOBbILIEHNS Ka4ecTBa MEAMUIITHCKOTO 06Cy-
JKMBAHUS OO/IBHBIX C PEAKIMY 3a00/IeBaHVsIMI. DTV MEPOIIPUSITHUS HAIIPaB/IeHbI He TONIbKO Ha Y/Iy4lleHye paboTsl B CCTEME
3[paBOOXPAHEHN, HO U IOOLPSIOT (papMalleBTNIeCKe KOMIIAHNN K pa3paboTKe U MPON3BOJCTBY JIEKAPCTBEHHBIX CPEJICTB, a
TaKXKe CIIOCOOCTBYIOT HayYHBIM MCC/IEIOBAHNUAM B YKa3aHHOI 06/macTy. PaccMOTpeHHBIIT B cTaTbe KIMHMYECKUIT CITy4ail faeT
HpefcTaBIeHNe O PeIKUX 3a00/TeBaHNUAX, CIOKHOCTAX UX JUATHOCTUKM, TSHKECTU T€UeHU:A U JIeKapCTBEHHBIX CPEfiCTBAX, KO-
TOpBIe HeOOXOAMMBI A7Is1 IIOMOLLY MaljeHTaM. BoiBopbl: opdanHble 3a60/1eBaHNs B TOCTIEAHNUE HECSTUIETHUS CTAIN 0O BEKTOM
IPUCTaNbHOTO BHMMAHMA CO CTOPOHBI CHCTEMBI 3/[paBOOXPaHEHNA U HAllMOHA/IBHOTO 3aKOHOZIAaTeNbCTBa. VIX 4pe3BhI4ailHO
HU3Kasl pacIPOCTPAaHEHHOCTb B 4e/IOBEYECKON IOMYIALMY CO3MAET 3aTPYFHEHNUA C CBOEBPEMEHHON OCTAHOBKON MAarHosa,
OKa3aHMeM KBaIN(UIVPOBAHHO MEANIITHCKOI IIOMOII U JIEKAPCTBEHHBIM 00€eCIIeYeHNEM.

KiroueBbie cnoBa: netu, opdaHHble 3a00/1eBaHIs, TPEHapaThl

Jna uutuposanus: llamens B.A., ®upcosa B.H., Tpybumuna M.M., [Tognopuna JI.A., ®upcos H.A. OpdaHnnsie 3aboe-
BaH U CBI3aHHbIe C HUMU TpobmeMbl. Meduyurckuti secmuux Kea Poccuu. 2021;12(2):28-35. DOI 10.21886/2219-8075-2021-
12-2-28-35.

Konraktnoe nuuo: Brnonerra Huxomaesra ®@upcosa, vela.firsova@mail.ru

Orphan diseases and associated problems
V.A. Shashel’, V.N. Firsova', M.M. Trubilina', L.A. Podporina', N.A. Firsov*

! Kuban State Medical University, Krasnodar, Russia
*Gymnasium Ne92, Krasnodar, Russia

Objective: to study the main aspects of assistance to children with orphan diseases in the Russian Federation. Materials and
methods: the most relevant literature sources were studied that covered a concept of orphan diseases in various countries of the
world and in the Russian Federation as well as the tactics and regulation of mechanisms for helping patients with rare diseases.
Results: the study showed that not all countries have legislative regulations of assistance to orphan patients. The United States and
Western Europe are the most advanced in this regard. They have clear criteria for determining orphan pathology and a number
of measures are taken to improve the quality of medical care for patients with rare diseases. These activities are not only aimed
at improving the health care system but also encourage pharmaceutical companies to develop and produce medicines as well as
contribute to the research in this area. The clinical cases covered in the article provide an idea of rare diseases, the complexity of
their diagnosis, the severity of the course, and the drugs that are necessary to help patients. Conclusion: orphan diseases have
been the focus of attention by the health system and national legislation in the past decades. Their extremely low prevalence in
the human population creates difficulties with the timely diagnosis, provision of qualified medical care, and drug provision.
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BBenenue

OpdaHHOI IMATOMOTMM OTHOCAT 3abo/eBaHu,

OYEHDb PEJKO IMATHOCTUPYEMBIE B 4€/IOBEYECKOI

nonynAnyy. OHM MOTYT MMeETDb IIPOTPecCUpylo-
ee TedeHNe ¥ HeCTV HPAMYIO YIpo3y A/ XKU3HU IallMeH-
Ta, €C/IM OH He IIO/Ty4aeT HafjIexalero jgedeHus. Jacro Ta-
Ke 00JIe3HN 3aKaHUMBAIOTCA MHBaIMAHOCTbIO. Kputepuem
OIIpefleNIeHNs] YKAa3aHHOI IATONIOTMM CIY>XUT e€ pacipo-
CTpaHeHMe, KOTOpOe, COIIACHO TpeboBanmsaM EBpocorosa, He
TOJDKHO TIpeBbIaTh 1 caydait Ha 2 Toic. yenoBek. B CIIIA ato
cooTHoIenne cocrasnseT 1:1250.

B P® x opdaHHBIM 00/ME3HAM OTHOCAT HAaTONOIMIO, 00-
Hapy»X1BaeMyIo ¢ 4acToToi1 1:10000 uenosek u pexe. Cylile-
CTBYeT HeCKOJIbKO OIIpefieieHuit opdaHHbIX 3a00IeBaHmil B
pycckosisbuHoil mureparype. Hanbomnee yacto mcmonbsye-
MoOe XapaKTepusyeT MX, KaK pefkue 3aboneBaHus, obHapy-
JKIIBaeMbl€ C HEBbICOKOJ YaCTOTOI, YTPOXKAIOLIME XKUSHI UTIA
HEyKJIOHHO IIpOrpeccHpyIoliye IaTOMIOI NN, KOTOpbIe IIPY OT-
CYTCTBUU JIeYEHNUS MOTYT BbI3BAaTb JIETA/bHBIN MICXOJ MK
TIPUBECTY K MHBATMTHOCTH.

ITo ompepnenennio O3 Ne 323 or 21.11.2011 r. «O6 oxpa-
He 3[I0pOBbs TPaXK[jaH», K OpHaHHOI OTHOCAT TAKyIO [AaTO-

JIOTMIO, KOTOpas 0OHapYXMBaeTCs He 4Yaie, yeM y 10 n3 100
TBIC. YETOBEK.

OpdanHble 601e3HN B YeTOBeYeCKOI MOMYIAIIN

PacnipocTpanéHHOCTh OpdaHHBIX 3ab07eBaHUIl B pas-
HBIX CTPaHaX MMpa 3aMeTHO Bapbupyercsa. Hampumep, y mo-
JMHEe3UILEB, XUBYMMX Ha [aBaiiax, pacIpoCTpaHEHHOCTD
MyKoBucHmpo3sa cocrasusgeTr 1:90000 nereii, a B Poccun ata
nponopuuA paBHAerca 1:10000. VMHorma Takasa cuTyanus
MO>KeT OBITb OCHOBOII /I YAaneHNs KaKoli-Tubo HO30/I0ruu
U3 HAllMIOHA/IBHOTO II€PEeYHs, €CM €€ YacTOTa IPEeBOCXOJUT
IIOPOTOBbINl YPOBEHD, IPUBOJA K KOIMYECTBEHHOMY HECOOT-
BETCTBUIO CTaTUCTMYECKMX JJAHHBIX II0 ONpee/I€HHbIM IIa-
LYIeHTaM B Pa3HbIX CTpaHax'.

V3-3a 6ombIIOro IepedHs opdaHHbIX 3abomeBanmil (o
manabeiM BO3, >7000 HamMeHOBaHMI), 0OLIee YMCIO TaKUX
60IbHBIX IpeBbIaeT 5% Cpeny BCEro HaceleHVs IIaHe-
TBI%,.

PacripocTpaHéHHOCTD 3a00/IeBaHMIl YKa3aHHON IPYIIIbI
(cormacHo fokymeHTaM EBporeiickoro o61ecTBa) mpefcTas-
neHa B Tabm. 1 [1].

Tabmuua / Tablel

YacToTa FMAarHOCTUKY OTAENbHbIX Ho30MornmYecknx ¢popm (no ganusm Eurordis, 2012, ¢ gonmonHeHusiMm)
Indicators of prevalence of separate groups of hereditary diseases (according to Eurordis, 2012 with additions)

. Kommyectso
/n 3aboneBaHyA 607bHBIX Ha 100
THIC. HACE/ICHVIS
1 | Hemolytic-uremic syndrome 1,0
[eMOUTHUKO-YpeMIIeCKIIT CHHPOM
2 | Paroxysmal nocturnal hemoglobinuria (Markiafava-Mikeli disease) 0,55
ITapokcusmanbHas HOYHasA reMornobyHypus (6one3np Mapknadasbl-Mukenn)
3 | Aplastic anemia unspecified 0,4
Antactiyeckas aHeMMsA HEYTOYHEeHHas
4 | Hereditary factor deficiency (fibrinogen), (labile), (Stuart-Prower) 0,2
Hacnencreennbiit je¢uiyt dakropos (¢pubpunoreHa), (nabunpHoro), (Crioapra-Ilpayspa)
5 | Idiopathic thrombocytopenic purple 24,6
Vpnonatnyeckas TpoMOOLMTOLIEHIYeCKast IypIypa
6 | Defect in complement system 0,5
JedexT B cucTeMe KOMIIEMEHTa
7 | Premature puberty of central origin 4,0

Hpe)KneBpeMeHHa;{ 110/10Basl 3p€/IOCTh HEHTPATbHOI'O IIPOVICXOXIEHN A

BUABI runepdbeHnIanaHuHEMIN)

8 | Aromatic amino acid exchange disorders (classical phenylketonuria, other hyperphenylalaninemia) 4,0
Hapymenns o6MeHa apoMaTH4eCKIX aMMHOKUCTIOT (K/IaccudecKas heHUIKeTOHYpUS, ApyTue

M3oB a/I€epyiaHOBaA alyiieMIsA

9 | Tyrosinemia 0,05
TuposnHeMmA

10 | Maple Syrup Disease 15,6
bonesnp «xneHOBOrO CMpoOMmar»

11 | Isovalerian acidemia 1,0

! Caitt Munsppasa P®: [dnexrponnsiit pecypc]. - URL: http://www.rosminzdrav.ru/documents/8048-perechen-redkih-orfannyhzabolevaniy
> OpdaHHbIe — 3HAYUT, CUPOTCKIe // [DnexTpoHHbIit pecypc]. - Pexxum gocryma: http://www.miloserdie.ru/articles/orfannye-znachit-sirotskie.
* 3npaBooxpanenne B Poccun 2010: noknaz.- ®opmynapusiit komuter PAMH. - M.: HBIOIVAME], 2011. - 165 c. [9nexTponHblit pecypc]. — Pexxum

nocryma: webmed.irkutsk.ru/doc/pdf/form2010.pdf.
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Ne KomnyecTtBo
/x 3abomeBaHys 607bHBIX Ha 100
ThHIC. HACE/ICHIS

12 | Methylmalone acidemia 2,0
MeTwIManoHOBasI alueMus

13 | Propionic acidemia 3,75
ITponyoHOBast aryaeMst

14 | Fabry Disease 1,75
Bonesnp Pabpu

15 | Niemann-Peak disease type C 0,85
bonesnp Humanna-Ilnka Tun C

16 | Mucopolysaccharidosis, type 1 1,3
Myxkonomucaxapnupos, tun 1 (MIIC1)

17 | Mucopolysaccharidosis, type 2 0,6
Myxkononmicaxapupos, tuin 2 (MIIC2)

18 | Acute interleaving (hepatic) Porphyria 10,1
Ocrpas nepemexarnnas (nedeHouHasn) Iloppupus

19 | Copper metabolism disorders (Wilson's disease) 5,84
Hapymenns o6mena meay (6onesub BuibcoHa)

20 |Incomplete osteogenesis 6,5
HesapepiueHHbI1 OCTeOreHe3

21 | Pulmonary (arterial) hypertension (idiopathic) (primary) 0,4
JlerouHas (apTepuanbHas) rUIepTeH3Ns (ManonaTudeckas) (epBuyHast)

22 | Youthful arthritis with systemic onset 42
FOHoOIIIeCKMIT aPTPUT C CUCTEMHBIM HAYA/IOM

23 | Acute interleaving (hepatic) Porphyria 10,1
Ocrpas nepemexarnnas (nedeHouHas) loppupus

Ilepeuens opdaHHbIX 3a60TEBAHMIT

B Poccum BbifeneHo 216 rpymm 6ore3Hell, B KOTOpbIe
BXO[AT OT OJHOTO [0 BOCbMM KOZoB 3aboneBannit mo MKB-
10. Oxomo 1000 Ho30mOTMYeCKUX (HOPM BKIIOYEHO B ITOT
nepedenb. CIMCOK ONyOIMKOBaH Ha caiite MuHazipasa PO
(www.rosminzdrav.ru/documents/8048-perechen-redkih-
orfannyhzabolevaniy).

Depepanpubiit 3akoH Ne 323 o1 21.11.2011 1. (cT. 44) ycra-
HaB/IMBaeT HECKO/IbKO MOMEHTOB, KaCAIOI[IXC s PEKIX 3200-

neBaHmil. MuH3sppas GopMupyer nepedeHb peakux (opdaH-
HBIX) 3a00/IEBaHMIT HA OCHOBAHMM CTATUCTUIECKUX IAHHBIX I
pasMelnaeT ero Ha CBoéM carite. Hekotopsle 3a6oneBanms us
YKa3aHHOTO cricKa cobpansl B [lepedHe HO30/0IMIA, COIIPO-
BOXJIAIOIVIXCST YTPO30J1 [JIsI )KM3HM, @ TAK)Ke XPOHUIECKUX
Op(aHHBIX [TATOTIOINII C IPOTPECCUPYIOLINM T€UeHIEeM, CIIO-
COGHBIX TIPUBECTY K MHBATUAU3ALVN, Y IEPCIEKTUBOI VKO-
POYeHNsI BpeMeHM XI3HM MaleHTOB. [lepedeHp yCTaHOB/IEH
ITpaBurenbctBoM PO ot 26.04.2012 r. Ne 403 (Tabm. 2) [1].

Ta6nuwua / Table 2

Crncok opdaHHBIX 1 HACTENCTBEHHBIX O0e3Heli,
cornacHo IloctanoBnennio IlpaBurenbcrea P® Ne 403 ot 26.04.2012 1.
The list the zhizneugrozhayushchikh and chronically progressing rare (orphan) and hereditary diseases according to
Resolution of the Government of the Russian Federation No. 403 of 26.04.2012

Ne | 3a6oneBanus Kog MKB-10
1 | Hemolytic-uremic syndrome D59.3
leMONMUTUKO-ypeMUdIeCKIii CUHIPOM )
2 | Paroxysmal nocturnal hemoglobinuria (Markiafava-Mikeli disease)
D59.5
ITapokcm3ManbHas HOYHas reMornobunypus (6onesup Mapkuadasbl-Mukenn)
3 | Aplastic anemia unspecified D61.9
AnyactTiyeckas aHeMMsA HeyTOYHEeHHas )
4 | Hereditary factor deficiency (fibrinogen), (labile), (Stuart-Prower)
. D68.2
HacnencrBenHslit gedunut dpaxropos (¢pubpuHoreHa), (mabuabHoro), (Crioapra-Ilpayspa)
5 | Idiopathic thrombocytopenic purple D69 3
Vgnonarndeckas TpoMOOLMTONIEHIIeCKas IypIypa )
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Ne [ 3abonmeBanus Kom MKB-10
6 | Defect in complement system D841
JedexT B cucTeMe KOMIIEMEHTa ’
7 | Premature puberty of central origin E20.8
IIpexxaeBpeMeHHast II0TI0Bast 3PENIOCTh LIEHTPATbHOIO IIPOUCXOXKIEHNS '
8 | Aromatic amino acid exchange disorders (classical phenylketonuria, other hyperphenylalaninemia) £70.0
Hapymurenns o6MeHa apoMaTH4eCcKMX aMIMHOKMCTIOT (Kaccudeckas GeHUIKeTOHYPUS, APyTye BUbI E70. 1’
runepdeHnIaIaHNHEMIN) '
9 | Tyrosinemia E70.2
TuposuHemns
10 | Maple Syrup Disease E71.0
bones3Hb «keHOBOro cupomna» )
11 | Other types of branched-chain amino acid exchange disorders (isovalerian acidemia, methylmalonic
acidemia, propionic acidemia) E711
Jpyrye Bubl HapyleHnii 06MeHa aMMHOKMUC/IOT € Pa3BeTBICHHON LieNblo (M30BalepiaHoBas aLie- '
M1, METM/IMA/IOHOBAA alMfieMIs, IPOIMOHOBA aLMeMus)
12 | Fatty acid metabolism disorders E713
HapymeHns o6MeHa )XMPHbBIX KMCIOT )
13 | Gomotsistinuriya E72.1
TomomucTnHypus
14 | Glyutarikatsiduriya E72.3
DioTapuKanugypus
15 | Galactosemia E742
lanmakTosemus
16 | Other sphingolipidoses: Fabry disease (Fabry-Anderson), Niemana-Peak E
75.2
Ipyrue cdunronunuposst: 6onesnp Padbpu (Pabpu-Anpnepcona), Humana-IInka
17 | Mucopolysaccharidosis, type I E76.0
Myxkononucaxapupgos, Tu I '
18 | Mucopolysaccharidosis, type 11 E76.1
Myxononucaxapuos, i 11 )
19 | Mucopolysaccharidosis, type VI E
76.2
Myxkononucaxapuzos, Tun VI
20 | Acute interleaving (hepatic) Porphyria £802
Ocrpas nepemexannias (nedeHouHasn) Ilopdupus '
21 | Copper metabolism disorders (Wilson’s disease) £83.0
Hapymenns o6mena meay (6onesup Bumbcona) )
22 |Incomplete osteogenesis
" Q78.0
HesaBeplieHHBII OCTeOTeHe3
23 | Pulmonary (arterial) hypertension (idiopathic) (primary)
JlerouHas (apTepuanbHas) rumepTeH3us (MouomnaTudeckas) (epBuyHast) 127.0
24 | Youthful arthritis with systemic onset MO08.2
FOHoIIIeCKIIT apTPUT C CUCTEMHBIM HAa4aIoM )

BBIIO BBISICHEHO, YTO B OTAENbHBIX CTPAaHAX MMEIOTCS
COOCTBEHHbIE OIpee/ieHNsI TepMUHa «opdaHHble 3abose-
BaHMA» U CBOJ IIepeYeHb MaTOMOTUY, KOTOPas OTHOCUTCH K
ykaszaHHOI1 rpymnre. KomryecTBo HO30MOrM4ecKux eguHNL U3
cicka opdaHHbIX 3a60meBaHmii Bapbupyercs ot 214 (B Poc-
cun) o 6000 — 8000 (B cTpanax 3amana).

B Poccun ¢ 1985 1. B poau/IbHBIX JOMax Hayaj IIPOBO-
AUTHCSA CKPUHMHUT HOBOPOX/EHHBIX B L[e/IAX AUATHOCTUKI
TeHeTN4eckn 0OYc/IoBIeHHON (epMeHTOmaTNN ((peHNIKe-
TOHYPUM), KOTOpasA B OTCYTCTBUM JIeYeHNA IIPUBOANT K TA-
XKETOMy HeoOpaTuMOMY 3a00/IeBaHMIO HEPBHOI CHUCTEMBI C
Ppa3BUTHEM YMCTBEHHOI OTCTasiocTu. B 1993 1. Havyasmach pea-
nmsanys mporpammsl «Jletu Poccun», KoTopas npegnosnara-
eT 00crefoBaHIe HOBOPOXKAEHHDIX Ha HalM4Me y HUX MpHU-
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3HAKOB CHIDKeHUS QYHKIMM IIUTOBUAHOI Xere3bl. [IpoexT
«310pOBbe», perlaMeHTHMPOBAHHBIN NpUMKa3oM MuH3paB-
coupassutus Poccun ot 22.03.2006 1. Ne 185 «O maccoBoM
o6cmeoBaHNY HOBOPOXKEHHBIX JleTell Ha Hac/le[CTBEHHbIE
3ab0/meBaHMsA», MO3BO/II HA4aTb KOMIUIEKCHYIO JUArHO-
CTUKY I€HEeTMYEeCKOI IIaTONOIUM HOBOPOX/IEHHBIX. B wacT-
HOCTY, IIPOEKT OXBaThIBAaeT TECTUPOBaHME TAKMX OONe3HeI,
KaK MyKOBUCL{U/[03, (DEHNIKETOHYPIsI, alpeHOTeHUTA/IbHBII
cuHApoM 1 ap. Taxoke HeTsAM IMIPOBOAAT UCCIefOBaHNe CIyXa
U IIPY €r0 CHIDKEHNMM pebeHKa HAIpPaB/IsAOT Ha PaCIIMpeH-
HYIO JMAarHOCTUKY Y JIe4eHE TYTOYXOCTH.

II/1aH HeOHATaNIbHOIO TECTHMPOBAHUA B 00s3aTe/IBHOM
HOpsIZiKe BK/IIOYaeT HECKOIbKO CTapuil: 1) orbop 6Gmomare-
puana [y JUaTHOCTUKM y BCeX HOBOPOX/IEHHBIX M TPAHC-
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HOPTUPOBKY €ro B yaboparopuio; 2) ObICTpOe IpefBapu-
Te/IbHOE TeCTUPOBaHMe; 3) yTOUHAIIIee MCCIeOBaHMe TOTO
MaTepyasna, KOTOPBIA [al IIONIOXKUTENbHBI De3y/lbTaT Ha
IIpefBapUTeIbHOM TeCTUPOBAHNUM; 4) NedeHye MalueHTOB 1
Pery/IApHbI MOHMTOPUHT KadecTBa JledeHMs; 5) ceMeltHas
MEJMKO-TEHETUYECKAS KOHCY/IbTaLIUA.

Bceoblee CKpMHMHIOBOE TeCTMPOBAHME HOBOPOXK/EH-
HBIX BMECTe C NPEeHATa/bHbIM UCCIENOBAaHMEM U CEMENHOI
MEJVIKO-TEHETMYECKOM KOHCY/IbTalMel CIYy>KUT MOIIHBIM
cpencTBOM NPOGUIAKTIKY Pa3BUTUA TF€HETUYECKIX 3a601e-
BAaHMII Y HOBOPOXKIEHHBIX M UX PACIPOCTPAHEHNs B Ye/I0BE-
YECKOJ TOMY/IALINN.

CII0>)KHOCTY B OKa3aHUY IIOMOLIY HAIVIEHTaM C
opdaHHbIMYU 3200/T€EBAHUAMHU

Opdannble 3a60eBaHMA M3-3a CBOEJ HU3KOI PacIpo-
CTPaHEHHOCTH CO3[AI0T MHOTO CTIOKHOCTE [UIA TallIeHTOB
KaK Ha 3Talle AMAaTHOCTUKM, TaK M Ha dTare nedeHus. Knuuu-
JeCKUIT OIBIT Bpaya OrpaHiyeH B OTHOIIEHUM PefKuX 6oes-
Heill, ¥ Ha yCTaHOBJICHJe MCTUHHOJ IIPUYMHbI HEIyTa MOXeT
YITU ZOCTaTOYHO MHOTO BPEMEH.

Bo Bcex cTpaHax O4eHb MO [EHCTBYIOLVX MENUI[IH-
CKUX LIEHTPOB, CHELMATM3UPYIOLIMXCA Ha JIeYEHNM PefKo
BCTpeYalolllefica MaTonorny, a dpapMmalrieBTUIecKe KOMIIa-
HMIM KpaliHe HeOXOTHO OepyTcs 3a paspabOTKy HOBBIX Op-
(aHHBIX IpeIapaToB, MOCKONbKY PBIHOK COBITA A/ HUX He-
BEJIVK.

Bcé mepeuncieHHOe yiieM/IsgeT IIpaBa TaKMUX IAlMeHTOB
Ha IOJTy4eH)e Ka4eCTBEHHOII MeMLIMHCKOI IIOMOIIY U CH-
CTeMBI 3[]paBOOXPAHEHMA DasHBIX TOCYHAPCTB CTPEMATCA
BbIpaboTaTh Hanbosee 9hHeKTUBHBIN MOAXO B OTHOLICHUN
op¢aHHBIX OOIbHBIX.

CrpaTterus 3aKOHOJ[aTeNbCTBA B OTHOLIEHNN OpdaHHbBIX
3a601eBaHMIit

Ompepenennsa opdaHHbIX 3a00/IeBaHNUIT B Pa3HbIX CTpa-
Hax 3aMeTHO pasnuyaiorca. B CIIIA mpuHATO cumTarh, YTO
B 9TY KaTerOpMIO BXOAUT IIATO/IOTH A, IOPAXKaollias He 6onee
200000 4enoBek Ha JaHHBII MOMEHT BpeMeHN. B nmopasio-
1eM GOMBIIMHCTBE APYTUX CTPAH B OCHOBE OIIpefie/ieHIs Jie-
JKIT OTHOCUTENBHOE PacIpOCTPaHEHMeE TO MM MHOW HO30-
JIOTVH B Y€TI0BEYECKOI mmony/siumu [2].

Ha caiire Orphanet npecras/ieHa HOMEHK/IATYpa PEKIX
3a0071eBaHMIl, KOTOpass NpPVMMeHAETCsA B MH(OPMAIMOHHBIX
cucTeMax 3[paBOOXPAHEHUsA U B MCCIENOBAHUAX: KXol
HO30JIOTMYECKO} eVHUIEe MPUCBANMBAETCA CBOM YHMKalb-
HbII1 ¥ TOCTOSHHBI naeHtndukarop — Homep ORPHA. B
Orphanet 1cronpsyeTcs eBpoIeiickoe olpefie/ieHne pefKoro
3a00/IeBaHMA, KaK OHO OlpefieneHo B Permamente EBpormeit-
CKOTO COI03a O /IEKAPCTBEHHBIX CPeACTBAX /I IedeHNs pefl-
kux 3a6oneBannit (1999 r.). CoracHo mpaBuiaM, IPUHATHIM
B EC, opdanHnoe 3aboneBanne mopaxaer He 6onee 1 denose-
Ka Ha 2000 B eBpOIIECKOI MMOIYIALNIA.

Homenknarypa penknx 3abonesanuit Orphanet cocrout
U3 CIMCKa 3a60JIeBaHNIT C yMEHbIIAOLIECA PACIIPOCTPAHEH-
HOCTBIO, OCHOBHbIE XapaKTePUCTUKY BKII0YAIOT IPYTIIbI Ha-
PYIIEHNIT M pacCTPONCTB, X IOATHUNHI [3].

Hecmortps Ha TO, 4TO peub ufET 06 OYeHb peKux 60ses-
HSIX, 001IMII ITepedeHb opaHHbIX 3a00/IeBaHNII CTOMb BETUK

(o pasueIM onjeHKaM, 6000 — 8000), YTO BO BCEM MUpe UMUK
cTpajaeT mpuMepHo 400 MIH demoBek. 80% Takux 3abore-
BaHMIl VIMEIOT TeHEeTUYECKYI0 NPUPOJY, MO CTEIeHM TsKe-
CTU OHYI BapbMpPYIOTCA OT JETKMX HO YIPOXKAIOLIUX SKU3HM.
Bosbliioe 4mcIo ykasaHHBIX 3a60/ieBaHuit TpeOyeT paHHEro
Hayasa JiedeHNs, [JOPOTOCTOSIIEr0 MEAMUIIHCKOTO YXO#a U
6obLUIMX MaTepMaNbHBIX u3AepxeK. Hampumep, y B3poc-
JIBIX C pacle/ITHOl 03BOHOYHMKA (spina bifida) 3aTpaTs! Ha
MeUIVMHCKME YCTYTY MPeBBIIAT B 3 — 6 pa3 TaKOBbIe I
3p0poBbIx mofielt. [To ganabiM 2014 1., B CIIIA cpepguas cron-
MOCTb MEGVLMHCKIUX IIPEapaToB [Is Iofelt ¢ opdaHHbIMU
3aboneBaHMAMY cocTaBunu 137 782 pommapa Ha OFHOTO Ia-
nmeHTa [2].

Bonblnylo mpobeMy B jIe4eHNM YKasaHHBIX OOJNBHBIX
IpefCcTaB/sieT reorpaduyeckuit pasdbpoc TaKUX JIOfeil 110
OO/IBIION TEPPUTOPUM, UTO 3ATPYAHsIET UX KOHIEHTPALMIO
B OJJHOM CITeL{/a/IN3/POBAHHOM MELUIVHCKOM YIPEXJEHIM,
I7ie OHM MOI/IM OBl IIOTYYUTb Ka4eCTBEHHYIO TOMOIIb.

Opyrum ¢akTopoM, He6IaronpuATCTBYIOLIUM GONTbHBIM
¢ opcaHHBIMY 3a00/IeBaHNAMH, ABJLAETCA TO, YTO (papMarieB-
TIYeCKIM KOMIIaHWSIM HEBBITOJHO Pa3pabaThIBaTh 1 IPOU3-
BOJAMTH JIEKAPCTBA, TOTPEOHOCTD B KOTOPBIX 3aBEIOMO OYEHb
Maa. B 1983 r. Konrpecc CIIIA npuHsin 3akoH 06 opdaHHBIX
JIEKapCTBEHHBIX CPEACTBAX. ITOT 3aKOH HOOIPSII IPOU3BOA-
CTBO TIOJOOHBIX JIEKAPCTB, IIPEROCTAB/IASA (PMHAHCOBBIE CTU-
MY/Bl 1 (apMaleBTUYIeCKOil MPOMBIIIIEHHOCTH, YTOOBI
KOMIIEHCHPOBATh IIOTEHIMA/IbHbIe II0Tepy CObITA JIeKapCTB
Ha TaKOM MajieHbKoM psitKe [4]. Kpome Toro, B 2001 1. 65011
npussTsl «[Tonpasky 2001 1. 06 0KasaHMY IOMOLIM COOOIITe-
CTBY B 00macTy Mble4qHoil guctpoduu» [2]. ens manHOI
HOIPAaBKY COCTOSATIA B YCOBEPIIEHCTBOBAHUY METOLOB CKPU-
HVHTQ, YIYYIIEHNN CBs3ell MEeXAY Clelnann3ypOBaHHbIMU
NedeOHBIMM YUPeXJeHUsAMI U paspaboTke oOpas3oBaTenb-
HBIX IIPOrPaMM, OPMEHTHUPYIOLINX CIIELNATICTOB B 0COOEH-
HOCTSIX Pas/INYHBIX BUJ{OB MBIIIEYHOI AVCTPOdUMIL.

Bosnbiryio pob B 60pbbe ¢ pefkuMy 60/Ie3HAMI UTPAIOT
npoduIaKkTIIecKue MepoIpuATIA, OPraHN30BaHHbIE HA 00-
LleHalIOHa/IbHOM YpoBHe. B 1998 . BcTynmio B cuity nnocra-
HoBnenue FDA (Food and Drug Administration), koTopoe
HPEAIChIBANIO B00aBIATH (O/NMEBYIO KUCTOTY B IPOLYKTHI
U3 3/IaKOBBIX 3€peH. ITO CHOCOOCTBOBATIO CHIDKEHUIO fiehu-
muTa (ONMNeBOll KUC/IOTH B OpraHm3Me OepeMeHHBIX >KEeH-
IMH ¥ IPEJOTBPAILA/IO MMOSBJIEHNE BPOX/EHHBIX flepeKToB
PasBUTHUA HEPBHOI TPYOKM Y HOBOPOXK/EHHBIX [5].

B HacrosIee BpeMs B 86 CTpaHaX MUpa MIPOIYKTHI C 3ep-
HOBBIMM 371aKaMy oboramaircsa ¢onnaramu [2]. EBpomeii-
CKUIT COI03 IeMOHCTPUPYeT KOMIUIEKCHBIIT ITOAXOK B 60pbbe
C pemkuMy 3abO/TEBaHNMAMM, KOTOPBIN PaCIPOCTPAHIETCSI
Ha Bce ctpanbl EC. Tak, Bo Bcex 28 cTpaHax IpaKTUKYeTCA
obiiee ompeneneHre opdaHHBIX 3a00JIeBaHMIL, a JeATeNb-
HOCTb, C HVUMU CBfA3aHHad, ompefendercs «PermaMeHTOM
JIEKapCTBEHHBIX CPEACTB ANA OpQaHHbIX 3abomeBaHMiT No
141». JlaHHOe MOCTaHOB/IEHNME CIIOCOOCTBYeT HAyYHBIM WC-
CJIefOBaHSM 10 OpaHHOI ITATOTIOTUN U Pa3paboTKe HOBBIX
opdaHHBIX eKapcTBEeHHBIX cpencTs. Takxe B EC paspabo-
TaH e[MHBII HAI[VIOHA/IbHBII I/IAH 110 PeAKIUM 3a00/IeBaHUAM
(EUROPLAN) gy11 o6meryenus co3gaHus MECTHBIX HaILO-
HaJIbHBIX CTPATeryil MOMOIM GOMBHBIM C Op(aHHOII MaTo-
JIorvert. DTU IUIAHbI UMEIOT COOCTBEHHBIN OIO/PKET U YeTKue
CPOKY peausaLnui.

B crpanax EBpomnbl npefoCTaB/IAI0TCA HATOTOBbIE IbIO-
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THl (papMaleBTUYeCKMM KOMIIAHMAM, pa3pabaTbIBAIONIINM
opdaHHbBIe IIpemnapaThl, K TOMY e OHM IO/Tb3YIOTCA TaK Ha-
3bIBAEMOJI 3KCK/TI03MBHOCTBIO PhIHKA B TedeHMn 10 sieT moce
Hayajia BHIXO/Ia HOBOTO MEJIMKaMEHTa B IIPOfIaXy.

Takum 06pa3oM, HeCMOTPs Ha MaJIeHbKMII PBIHOK COBI-
Ta, KOMIIAaHMsI ONIPABJbIBAaeT CBOM M3AEP)KKM Ha paspaboTKy
HOBOTO 7ieKapcTBa [2]. B 2009 r. EBpormeiickuii coBeT Mu-
HUCTEPCTB 3[PaBOOXPAHEHNA NPUHAN IIaH [EJICTBUII IO
penKuM 3a60/IeBaHNsIM, B KOTOPOM IIOTIOXKIII HAadajIo paspa-
0OTKe 1 IPVMHATUIO HALMOHA/IbHBIX IUIAHOB 110 PEKMM 3a-
6oreBaHMAM K KOHIy 2013 I.

B 2011 r. mporpaMma feliCTBMII IO peAKMM 3ab0TeBaHN-
AM aKTUBHO o6cyxpanach [lupextusoit EC Nem24, B Helt ro-
BOPMJIOCH O NPMMEHEHNM IIPaB MAalMEHTOB B TPaHCIPaHUY-
HOM 3[;paBOOXpaHeHuy. [IMpexTuBa onpeneniia OCHOBHbIE
mpaBuia oOpalljeHNs MalMeHTOB 3a MEeMIMHCKON IIOMO-
mpio B fpyrue crpanbl EC (kpome pesupeHTHOI). ITO CIIO-
COOCTBOBA/IO PasBUTUIO COTPYAHMYECTBA MEX[Y CUCTEMa-
Mu 3fpaBooxpaHeHus crpad EC, B ToM uucie mocpefcTBoM
BHefpeHnsa EBpomelickux crnpaBouHbix cucteM. Ilocnegnue
OBUIN CO3JaHbI /IS TOTO, YTOOBI MIOAfIePXKaTh 00beVHeH e
€BPOIENICKMX IKCIIEPTHBIX LIEHTPOB U CIIENVAINICTOB B Pas-
HbIX CTpaHax [/Is 0OOMeHa 3HaHVUAMIY U OIIpefie/IeHIs aIbTep-
HaTVBHbBIX BAPMAHTOB JIeUeHM, COflelICTBMA UCCTIeNOBaHUAM
U paclipoCTpaHEHMIO MHHOBALINIA B LIe/IAX OKa3aHNUA HaMIy4-
el MeIMI[MHCKON MOMOIIY MalieHTaM ¢ opdaHHBIMU 3a-
6oneBanuAMu [6].

3aKOHOflaTe/IbHOE PETYIMPOBaHME B OTHOIUEHUU Op-
¢banHbIX 3a60meBanmii cymectsyer B PO ¢ Hos6ps 2011 .
CormacHO yTBepX/JEeHHOMY 3akoHy «O6 OCHOBaX OXpaHBI
30poBbA TpaxkpaH B Poccuiickoit @epepanum» ot 2011 .
Ha ITeyn perroHoB P oxnTcs 3ajada o CHabXeHUIo op-
(baHHBIX OONMBHBIX COOTBETCTBYIOLIMMIM JIEKAPCTBEHHBIMM
npernapaTamiu.

INocranosnenne IlpaBurenvctBa Poccumiickoit ®epmepa-
nuu Ne 403 mpenycmarpusaer BefieHue DemepanbHOro pe-
TUCTpa MALMEHTOB ¢ OpQaHHOI MaTOIOTHEl!, IPUBOALIEI K
CHVDKEHUIO ITPOJO/DKUTENbHOCTY JKU3HY ¥ MHBAIUAN3 AL,
Peryctp 6bUT co31aH ¢ Lefbio obecrederns OppaHHbIX 60Mb-
HbIX HeOOXOIMMBIMI IeKapCTBEHHBIMY TIperapaTaMy 1 KOM-
[IOHEHTAaMU JIe4eOHOro MUTAHNUs, OH CONEPXKUT MepPCOHab-
HYI0 MH(OPMaIMIO, BK/II0Yas acnopTHele aHHble, CHUJIC,
MIOCTaBJIEHHBI} INAaTHO3 U JIp.

B PO B Hacrosmee BpeMs peannusyeTcs IporpamMma
«CeMb Hosonoruit». E€ mmaH moppasyMmeBaeT LeHTpaIu3o-
BaHHYIO 3aKyNKy [0CyiapcTBOM HeOOXOAMMBIX JIEKapCTBEH-
HbIX IPeIapaToB s OOMbHBIX, CTPAAIOIINX B TOM YKCIIE U
opdanubiMK 3aboneBanusamu (6omesus lomre, MyKoBuCIH-
103, runodusapHbIil HaHU3M U reModuus). IIpu stom 3a-
KyIIKa JIEKapCTB [ fieTell (PMHAHCUPYETCS U3 PerMOHab-
HBIX GIO[[)KETOB.

Cyl1ecTByeT pAJ 3aTPyAHEHMIA, C KOTOPBIMM MMEIOT JIe/I0
Kak camyu opdaHHbIe OO/IbHBIE, TAaK U MEJUIMHCKIME CIIeLN-
a/IUCThI, OKA3bIBAKILME UM IOMOIb. MOXHO NepedncamuThb
HanboJiee aKTyalIbHble 13 YKa3aHHBIX Ipob/IeM:

®  OTCYTCTBHE CHELIMAIM3MPOBAHHBIX KIMHUK M TO-

CIIUTAJIEH ¢ NOAXOAAIMMH YCIOBUAMH, I103BOJISIO-
IIMMU Ka4€CTBEHHO AMAarHOCTUPOBATE M JIEYUTh I1a-
[IMEHTOB C PEIKUMH 3a00JI€BaHUSIMH, KPOME TOTO,
B OTEYECTBEHHOM MEIMIMHE MAJI0 OIBITHBIX CIIE-
LIMAJIICTOB B paccMaTpUBaeMoii cepe;
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®  OHEJOCTaTOK MH(OPMAILMOHHOI MORAEP>XKM It
6OJIbHBIX U JI/IsA Bpayell, KOTOpbIe He MONTyYaloT J0-
CTAaTOYHBIX CBEJIEHNIT HayYHOTO ¥ MENUIIMHCKOTO
XapakTepa, MMEIOIVIX OTHOLIIeHNe K Op(daHHbIM 3a-
60/IeBaHIAM;

®  oorpaHmyeHHas 3QPEeKTUBHOCTb TOYHON [MArHO-

CTUKM OpdaHHbIX 3a00/1eBaHNII HA yPOBHE IIepBIY-
HOTO 3BEHa U B CTAI[IOHAPaX;

®  omIoxasd JOCTYIHOCTD CIENMaNTN3NPOBAHHOTO Jie-

4yeHus 1t opaHHbIX OOMBHBIX B cyObekTax PD;
®  0OTCYTCTBME pa3pabOTaHHBIX MEIULIMHCKMX CTaH-
[APTOB JIeYeHNs WISl PAAa HO30/IOTMYEeCKUX GOpM;

®  00TCyTCTBME 0OpasOBaTeIbHBIX KYPCOB /I Bpa-
4ell IepBUYHOTO MEAULIMHCKOTO 3BeHa, HEToCpes-
CTBEHHO IIPMHUMAIOMINX MALMEeHTOB C Op()aHHBIMU
3a60/IeBaHMAMY;
®  OHe cyllecTByeT Ha (efiepaIbHOM 1 PErMOHA/IBHOM
yPOBHE Y4eTKOII CUCTeMBI, 00eCIednBaoIeit 0071b-
HbIX JIEKAPpCTBEHHBIMI BE€ILIECTBAMI; HET
O6H1€1'IpI/IHHTbIX METOJIOB Ha3HAYeHMA II€H Ha
opdaHHBIe MpemapaTsl, OTedeCTBeHHas ¢apma-
KOJIOTMYecKas IIPOMBIIIIEHHOCTb He IIPOM3BOJUT
MHOTIe HeOOXOMMBIe JIEKAPCTBA;

®  orpebyeTcs pa/lbHelllllee YCOBEPIIEHCTBOBAHUE
3aKOHOJIaTeNIbCTBA B L[EIAX COBEPIICHCTBOBAHMA
JIeKapCTBEHHOTO CHabXKeHMs NMAlMeHTOB ¢ opdaH-
HBIMM 6OTIe3HAMY;

HeckonmpKo HeflaBHO IPUHATHIX JOKYMEHTOB, B TOM 4MC-
ne Ilocranosnenue IlpaBurenbctea PO or 26.11.2018 Ne
1416 «IIpaBwna opraHusauuu oOeCIeYeHUs JTeKapCTBEH-
HBIMM IIpemapatamu» un «IIpaBuia BefeHMs QefeparIbHOrO
perncrpa» JaoT BO3SMOXKHOCTb PacHIMpUTh 6a3y TaHHBIX MO
OopdaHHBIM IIaIVIeHTaM, CHelaTh 0ojiee [OCTYIHBIM IOTY-
YeHNe JIEKapCTBEHHBIX IIPeIapaToB, IOMOTAIOMIMNX ITOAep-
KVBaTh (YHKIVMOHMPOBAHNE OpPraHy3Ma Ha IIPUEeMIEMOM
ypoBHe. Kpome Toro, 3111 HOBOBBefieHIsI IIPeAyCMATPUBAIOT
TOTIOTTHUTENIbHOE 00yUYeHNe Bpaydeil M IPYIUX MEeNULMHCKNX
CIlelMasCTOB HaBBIKaM ¥ NMpuéMaM BelleHMA MaleHTOB C
opdaHHOII ITaTONOTHelL: IS 9TOr0 pa3padaThIBalOTC 06pa-
30BaTe/IbHbIE IIPOTPAMMBI U CIICIVANIN3VPOBAHHBIE KYPCHI
HOBBIIIEHNST KBaIM(uKanyy, Bpadu MOTYT yYacTBOBAaTh B
0OCY>XIeHU! PasIMYHbIX aCIEKTOB CYIECTBYIOLIETO 3aKO-
HOJIaTe/bCTBA, MIMEIOLIETO OTHOIIEHNe K IaHHOI MpobieMe.
JJOKyMEHTBI TaK)Ke HalleJIeHbl Ha IpUBJIedeHle MIHBECTOPOB
s paspaboTKM ¥ BHEHPEHWs OTE€YeCTBEHHBIX OpQaHHBIX
IIpeTapaTos.

Poccuiickue rpaxpaHe ¢ opaHHbIMU 3a00TeBaHMAMU
0YeHb JaCTO He IMEIOT BO3MOXXHOCTY peanu30BaTh CBOE ITpa-
BO Ha JIEKapCTBEHHOE 0becIedeHye, OCKOIbKY MeJUKaMEeHT
elrle He pa3paboTaH, Mubo He 3aperncrpuposat B PO. Taxue
JIeKapCTBa, KaK IPaBUIO, OYeHb JJOPOTH, a TOCYAApPCTBO He
MoxeT obecrieunTs 601bHOMY MoOnHYM0 omary. Hopma ¢u-
HAHCVPOBAHMS JIEKAPCTBEHHOTO CHAOXKEHNS IIAIEHTOB,
cTpajaomyx ophaHHOI IATOMOTHEN, 32 CIET TOCYAAPCTBEH-
HBIX CPeICTB OYeHb 4aCTO Jie/laeT JIeYeHNe Mal[IeHTOB Kpaii-
He 3aTPYIHUTEIbHBIM.

Hipke npuBeieH KIMHMYECKIIT CTy4dail pebeHKa ¢ opdaH-
HbIM 3a6071eBaHMeM (HACIENCTBEHHBIMU GONME3HAMM OOMe-
Ha), IPOXXMBAIoLIero Ha Teppuropun KpacHomapckoro kpas.

PebGenoxk I'., 2014 r.p., HaxoauBIIMIiCSA HA 00CIEIOBaHUH
u neyennu B 'bY3 JIKKb. 13 anamHe3a: peOeHOK OT nepBoii
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OepeMEeHHOCTH, TIPOXOJMBIILEH B YCIOBUAX TOKCHKo3a I cre-
nenu B I Tpumectpe. Pomsl B cpok, ¢usnonorudeckue. O6-
partuics Ha NpuéM K y4acTKOBOMY MEAUATPY C JITUTEIbHBIM
TEUeHUEM PECIHPATOPHOI HH EKHH, peOeHKY OBLIO MPOBe-
JICHO OMOXMMHYECKOe HCCIIeIOBaHNE KPOBH, BHISBICHO 3HA-
YHUTETHHOE MOBLIIIEHNE YPOBHEW allaHMHAMUHOTPaHC(hepasbl
(AnAT) mo 145 En/n, acnapraramunorpancdepassl (AcAT)
no 586 En/n. HckirodeHbl BUPYCHBIE renaTHThl. PeGeHok
ObUI TOCIIMTAIM3UPOBAH B CTAlOHAap C Auarfo3oMm «lemna-
TUT HEYTOYHEHHOW dTHOJOTUH (HEMH(EKIMOHHBIN) C LENbI0
JalbHEHMIIero JIeYeHUs] 1 yCTaHOBIICHUS AuarHo3ay. [lomydan
TEepaIuIo TenaToNpOTEKTOpaMH, IIPH 3TOM OTMEYaIICh KaJlo-
Obl Ha MBIIIEYHYIO CIab0CTh, TPYAHOCTH HPH MOABEME IO
JIECTHHUIIE, PENIKUE TOJIOBHBIE 0011, OOBEKTUBHO: COCTOSIHUE
CpenHel TSAXKECTH 10 OCHOBHOMY 3a00JIEBaHMIO, CAMOYYB-
CTBUE YJOBIETBOPHUTENbHOE. DU3NUECKOE PA3BUTHE HIXKE
MEIMAaHHOTO YPOBHS, TapMOHUYHOE: pocT — 88 cm (10 — 25
MepUEHTUIB), Bec — 12 kr (25 — 50 MepleHTHIIb), OKpYXK-
HOCTB rosioBbl — 49 cMm (25 — 50 nepuentuis). KoxxHbie 1o-
KPOBBI YHUCThIE, O1eaHble. MBIIIEUHbIH TOHYC C TeHAECHIUEH
K TUIIOTOHUHM. B NErkux ApIxaHue BE3UKYJSPHOE, XPUIIOB
HeT. CeplieYHbIe TOHBI SCHBIC, PUTMHYHBIC, BBICITYIIIMBACTCS
CHCTOJIMYECKHI IIyM Ha BepXylike U B V-Touke. JKUBOT npu
MBI MSATKHH, OONE3HEHHOCTh OTCYTCTBYeT. HipkHss
IpaHuUIIa NeYEeHH BEIXOIUT M3-1I0J TPAHULIBI peOepHOH TyTH Ha
3,5 cM 1o npaBod CpeAMHHO-KIIOYMYHOH JnHNH. Cerne3éHka
He nanpnupyercs. OOLIEMO3roBbIE U MEHUHI€aIbHbIE CUM-
IITOMBI OTCYTCTBYIOT. JIabopaTopHO: OMOXMMHUYECKHUN aHAIH3
kpoBu: AcAT — 395ME/n, AnAT — 123 ME/n, nakrarne-
runporenaza (JIAI') — 1357 Ex/n, kpearunundpocdoknHaza
(K®K) — 825En/n. UccnenoBanue UMMYHOTIIOOYJIMHOB KO-
BU: uMMyHornoOynuH E — 409,7 ME/min. B cBsizu ¢ nozgo-
3peHueM Ha 0one3Hb [lomie ObLI0 IPOBEAECHO UCCIEIOBAHUE
KpPOBH METOJIOM TaHIEMHOW Macc-CIIeKTPOMETPHH, TIPH STOM
BBISIBIICHO CHMKEHUE aKTUBHOCTH ajib(a-rirtoko3uaassl (0,63
MKMoJIb/11/9ac mipu HOpMme 1,0 — 25,0 mMxmons/n/4ac). [pu
MIPOBEACHUH MOJIEKYISIPHO-TEHETHUECKOTO HCCIIEIOBAHU
METOZIOM IIPSIMOTO aBTOMATHYECKOTO CEKBEHUPOBAHMS IPO-
BEJICH MOJIHBIN aHanu3 reHa GAA BBIIBIEHO U3MEHEHUE HY-
KJICOTHIIHON MocienoBaTeabHocTH c.-32 — 13T> G/c.-45T>
G B TETEPO3UTOTHOM COCTOSIHUH, ONMUCAHHOE B MEXIyHa-
pomnHoit 6a3e manHbIX 1m0 MyTanusiM (CS941489), BeIsiBICHO
HW3MEHEHNE HYKICOTHAHON MOCIeN0BaTeIbHOCTH C.584T> A,
npusofsiel k 3amene p.Leul95Term B rerepo3urorsom co-
cTossHUU. PeOeHKy Obu1 BRICTaBiIeH auarHo3 «bonesns [Tomne
(tmuxorenos II Tuna). Muonaruueckuit cuaapom». Ilo xwusz-
HEHHBIM II0Ka3aHHsM, ObUI Ha3HAYeH TeHHO-WH)XCHEPHBIH
(depMmenHTo3aMenstomuni  npenapatr Maiiozaiim  (alglucosi-
dasealfa, Genzyme Ireland Limited, Upnanaus), koTopbrit
MIOKa3aH K JUIMTEJFHOMY NPHUMEHEHHUIO NpH Bcex (opmax
001e3HH, — €JUHCTBEHHOE IIATOTCHETUYECKOE CPEACTBO JUIs
JICUEHHS TAIIMEHTOB C ATUM TSDKENBIM MPOTrPECCHPYIOIINM
HaclleICTBEHHBIM 3a0osieBanueM (1 pa3 B 2 Hezenn).

Takum o6pazoM, IIPOrHO3 6ONIE3HM BapbUPyeTCs B 3a-
BUCHMOCTY OT BpeMeHV MaHM(eCTaluy U BBIPAXEHHOCTU
cuMnToMoB. I paHHero yedeHUA HY)XHO CBOEBPEMEHHO
AVATHOCTMPOBATD 3a00/I€BaHNe, a /I AMATHOCTUKY 60/Ie3HN
ITomrie reHeTHYECKOE MCCTIEIOBAHNE HE SAB/IAETCS K/IIOUEBbIM
METOJIOM, JOCTATOYHO OIpefeleHne aKTMBHOCTY (depMeHTa
GAA MeTO[[OM TaH/IEMHOIT MacC-CIIEKTPOMETPUNL.

IIpornos

PaccMOTpeHHBIIT IpMMep yKas3biBaeT Ha TO, 4TO opdaH-
Hble 3a60JIeBaHMA YaCTO IPEICTABAIOT CO60I TAXKENMbIE,
YTpOXKalolye XM3HM COCTOSHUSA, M eCIU UX He JIeYUTb, TO
BO3MO>KHBI JIETaIbHBIN ncxonm niam TSDKENast VHBa/INaMN3annA.
910 TpebyeT BBIPaOOTKY CIELMAIbHON CTPATerny IO OKa3a-
HMIO IIOMOLIN ITall€HTaM C peIKMMI 3a6OHeBaHI/IHMI/I.

3aknoueHne

Curyanmsa ¢ opdanabiMu 60me3HsaMu B Poccun Tpebyer
JanbHeINX pa3paboTKy, MOJEPHU3ALNY VI PETYINPOBaHNA
CO CTOPOHBI HAallMOHA/IbHOIO 3aKOHONATENbCTBA ¥ CUCTEMBI
3mpaBooxpaHeHusA. Heo6XonmMo yry4iaTh B3aMMOJieliCTBYE
MEXIy Pas/IMYHBIMM MEJMIHCKUMMU YIPEXKICHUAMY U BbI-
pabaTbIBaTh 06T I/IAH TOMOLLY U B3aMMOJEIICTBIA MaLi-
€HTaM C PeIKVMM 3a00/IeBaHIAMM.

OrpoMHoOe 3HaUeHMe UMeeT YIy4dIleHe JOCTYITHOCTH Jie-
KapCTBEHHBIX [IPeNapaToB [/Is yKa3aHHOJ IPYIIIBI 6OIbHBIX.
Heob6xomuMo nepeHnMarpb onbiT EBpocoiosa B OTHOLIGHUM
TaKTUKJ B3aMMOJEICTBUA C (apMalieBTUYECKVMY KOMIIa-
HMAMY, HPENOCTAaB/IAA UM PBIHOYHbIE NpedepeHuuy Ipu
pa3paboTke opdaHHBIX IIpeNapaToB.

YuurbiBas HeOONIBIIOI ONBIT Bpadeil B OTHOIICHNN pac-
CMaTpUBaeMbIX 3a00/eBaHMII, BO3MOXKHO OPraHM30BATbh
Oorbllle JTEKLIMOHHOTO MaTepyana 110 PefKOil IIaTONOTUM B
cocraBe Kypca IOBBIIIEeHNA KBaMN(pUKALMN U1 MEIULIVH-
CKUX CIIeL[VIa/IICTOB.

B Hacrosiiiee BpeMs CYILIeCTByeT HEOOXONMMOCTb VMHTe-
rpaluy IVIAHOB U MCCIeJOBaHMil 10 opdaHHBIM 3a60/eBa-
HMSM Ha MeX/[YHapOIXHOM YPOBHE. DTO MOITIO Obl M3MEHNTb
(parMeHTapHBII TOAXON K PEIIEHNIO IIPO6IeMbI 1 CKOOPAN-
HMPOBATh OOLIME YCUINA MEIMIMHCKOTO coo0IecTBa B OT-
HOIIEHUM CTATUCTUYECKOTO y4éTa, IMoucka 3(PQPeKTUBHOro
JledeHNs, pa3pabOTKN CKPUHIHIOBBIX CUCTEM AMATHOCTUKY
¥ MH)OPMAI[IOHHOJ IIOMOLIY BpayaM ¥ alieHTaM.
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