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The article describes ethical, social, psychological and medical problems in the families raising children with rare diseases. It is quite
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Pezu(ue (opdanHbie) 3abojeBaHUsS — 3TO 3abo0Jie-
BaHUs, 3aTparvBaioliyde HeOOJbIIYyI0 YacTh IOIMYy-
gsguuu. [lpu onpeneneHUN MOHATUS «peiKue OO0JIe3HU»
OIIHU CIIELMATMCThl OPUEHTUPYIOTCS Ha YMCIIO JIIOAEH,
CTpafalolrX TaKUMU 3a00JeBaHUSIMU, OPYTHUE YUYMUThI-

BalOT AOCTynHOCTh ux jeuyeHusi. B CIIIA AKT o peakux
3aboseBanusix 2002 . ompenenaseT MX Kak 00Je3HU
WIK COCTOSIHMSI, 3arparuBaioique wmeHee 200 ThIC.
yennoBek [1], B AAnonun — menee 50 thic. EBpomneiickast
KOMUCCHSI TIO 3[APaBOOXPAHEHMIO OTpPEIessieT peaKue
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00JIE3HM KaK Yrpoxalollde XW3HU WIM XPOHMYECKue
TSKEJIble OOJIE3HU C PaCIpPOCTPAHEHHOCThIO 1 Ha 2 ThIC.
U TpeOymoliue creuuaibHoro yeueHus [2]. B Poccuu
peNKMMU TIpejiaraeTcsl CUMTaTh 3a00JeBaHMs, BCTpeya-
fomumecd ¢ yactoroii He 6oisiee 10 ciayyaeB Ha 100 ThIC.
HacejeHus [3].

PacnpocTpaHeHHOCTh W OCHOBHBIE XapaKTEePUCTHKH
opdannbix 3a00aeanuii. Opranuzanus EURORDIS
roJjiaraet, 4To B HACTOsIIEee BpEMSI CYLIECTBYET OKOJIO
8 ThiCc. pa3nmuuHbIX oOpdaHHbIX 0Oo0je3Heil. Hecmotpst
Ha TO YTO UX PacCHpOCTPAaHEHHOCTh B MOIYJISILIMM HU3KaS,
B COBOKYITHOCTM MMM CTpajaloT oT 6 1o 8% xwurenei
EBpocoroza. OnHako cpeny pa3HbIX MOy pacipo-
CTPaHEHHOCTb peNKWX OO0JIe3HEeil MOXeT 3HAYMTETbHO
pasnnyarbes. Crienyer OTMETUTL, 4YTO B 65% ciydaeB
opdaHHble 3a00JeBaHUSI UMEIOT TSDKEJI0€ WHBATUAU3U-
pylolliee TeueHue, a MaldeHThl HY>KIal0TCS B IJTUTEILHOM
Y UHTEHCHUBHOM CIEeLUaIM31MPOBAHHOM JIeUeHUU [4].

BosesHu xapakTepusyroTcsl CAeAyIIIMMU TpU3HAa-
Kamu [4—6]:

— wMaHudbecTauusi B IeTCKOM Bo3pacte, vaiie (2/3 ciy-
YyaeB) 1O TOCTUXEHUs 2-JeTHEeTo BO3pacTa;

— XpOHMYECKMIi 00IeBOM cUMHAPOM Y 1 manueHTa us3 5;
— MOTOpHAasl, CEHCOpHasl WU WHTEJUIeKTyalbHasl Helo-
cTaTo4HOCTh B 50% cilyyaeB, 4TO NMPUBOAUT K OIPaHMU-
YEHUIO KU3HENEesATebHOCTU TAlUeHTOB U COLMATbHOMI
HEeI0CTaTOYHOCTH B | ciiydae 13 3;

— yXyAIIEeHHEe IPOrHO3a I Ku3HU y 50% MmaleHToB.

Creayet OTMETUTD, YTO peAKUe OOJIE3HU CayXKaT Mpu-
YMHOM CMEPTU B TEUEHME IIEPBOrO roja Xu3Hu B 35%
ciaydaeB, B Bospacte 1—5 sner — B 10% u B Bo3pacTte
5—15 ner — B 12%. bosee 80% penkux 0oe3HE UMEIOT
TeHETUYECKYI0 MPUPOLY — HACJIEAYIOTCS OT POAUTENei
WM BO3HUKAIOT B pe3yJibTaTe XpOMOCOMHBIX abeppaluii
M TEHHBIX MyTaluii de novo. Hapsimy ¢ 3TUM BBIACSIOT
penkue MHOEKIMOHHbIE, ayTOMMMYHHBIE, OHKOJIOTH-
yeckue 3a0oyieBaHMSI U 0OJIE3HU, CBSI3aHHBIC C BO3/Cii-
CTBMEM OKpyXKalolleil cpeabl (TOKCMYEeCKOoe BIMSHUE
MIPOMBIIILIEHHOCTH) [7].

TpyaHocTH IUMArHOCTHKM Op(aHHbIX 3a00JeBaHMIA.
BaxkHO MOAYEPKHYTh, YTO JAMArHOCTUKA  PEIKUX
OoJsie3Heil KpaiiHe cioxHa. OHM 4YacTo IPOTEKAIOT
noa MacKoil Apyrux, 0OoJiee paclpoCTpaHEHHBIX 3a00-
neBaHuii. IloaTomy BpeMsi, HeoOXogumoe IJis1 IOCTa-
HOBKM TIPaBUJIBLHOTO AMArHo3a, SBISIETCS KIIOUeBOM
npobyemoii. Tak, mIsi AMAarHOCTUKMA HEKOTOPbIX PEAKUX
3a00JIeBaHUII B OJHMX CJydyasix TpeOyeTcsl MPUMEPHO
4—6 nert, B apyrux — g0 20 neT. BBuay TOro 4to B HeIO-
CTaTOYHO 9KOHOMMUYECKH Pa3BUTBIX CTPaHaX HET JOCTyma
K JOpOTOCTOSIIEMY COBPEMEHHOMY OOOpPYIOBaHUIO,
IJIsI TOYHOM OMAarHOCTUKM TpeOyeTcsi ropa3mo OoJiblile
BpEMEHU, TO3TOMY 3HAUYMTeJIbHas 4acTb 3abosieBaHUIA
He auarHoctupyercs [8].

MexxnyHapogHbIi ~ KOHCOPLMYM MO  HCCIEeNo-
BaHUIO peakux 0ojie3Heil chopMyaIupoBa liejib padoThbl
Ha 2017-2027 rr. — ycTaHOBJEHME AMArHO3a JIMLAM
C TIONO3pEHMEeM Ha penkoe 3abojieBaHUE B TeUeHME

MNEPEOBAS

onHoro rofa. HeperieHHble ciyyad DOJXKHBI TTOCTYNaTh
B IJI00AJbHO CKOOPAWHMPOBAHHBLIA OMArHOCTUYECKUIA
U UMCCenoBaTeIbCcKMil KaHal. B kauecTBe NTMAarHOCTH-
YeCKMX MHCTPYMEHTOB TPEIIOKEHO MPUMEHSITh aHAIU3
TFeHOTHUIIA IIyTeM ceKBeHUpoBaHus MetogoM NGS (next
generation sequencing), a Takxe MCII0Jb30BaTh CTaHIAP-
TU3MPOBAaHHOE OIMcaHue (heHOTUIIA. YCIIeX OYEBUICH:
¢ 2010 &. mo mapt 2017 . B 6a3y maHHbIXx Orphanet GbLUIO
BKJIIOYeHO Oosiee 600 HOBBIX HAaMMEHOBaHUII OOJIE3HEH
u ipuMepHo 3600 cBSI3aHHBIX C HUMU TeHOB [9].

B 2008 . B HalimoHaibHOM MHCTUTYTE 3IpaBOOXpa-
Henust CIIIA Oblna pa3paborana IIporpamma 1o BBISIB-
JIEHUIO TPYIHO AMArHOCTUPYEMbIX 3a00JIeBaHMIA, ycriex
KOTOPOIl TpUBEN K €€ BHEAPEHMIO B 7 KIMHUYECKUX
UCCIIe0BAaTEIbCKUX UHCTUTYTAaX Ha Tepputopumn CIIIA.
IMozaHee B 2015 . ObUIa co3aaHa MEXIyHApOIHAsl CETh,
KOTOpasi B HAacCToOsIIee BpeMsl BKJIOYaeT ABCTpajuio,
Kanany, Anonuto, Wzpaunsb, Muouio, Kopero, Illpu-
Jlanky, Taunana, CIIA, a Takke 9 eBponeickux cTpaH
(ABctpuio, benbruto, ®panuuto, Iepmanuio, BeHnrpuio,
Hranuio, Ucnanuio, HIseuuio u Hupepnanawl), Kyaa,
Hapsiay ¢ MEAULIMHCKUMU pabOTHUKAMU, BXOMST IMally-
eHTcKkMe opraHuzanuu. Ee wieHbl 00CyxXHmamT cTpa-
TErMU OKa3aHUsI MEIUKO-COLMAIBbHOM M MCUXOJOTHYe-
CKOIl MOMOIIY JHULAM C PEIKUMU OOJIE3HSIMU, NESITCS
O0IIMMU TIPUHIIMIIAMU YXOJa U COBPEMEHHBIMU METO-
JIaMU JIEYEHUS C Y4EeTOM 0COOeHHOCTel cTpaHsbl [10].

IIcuxonornyeckne W  CONMAJTbHBIE  TOCJEICTBHS
opdannbix 3a00aeBanuii. OTCYTCTBUE MPABUIBHOTO IUA-
rHO3a UMeeT MCUXOJOTUYECKUE U COLMATbHbBIE MOCTe/ -
ctBus. CouumanbHas HM30JSILUSI OKa3bIBaeT TIyOOKOe
U JUIUTEJbHOE BO3MEHCTBUE HA CaMOro IMalMeHTa U ero
ponuteneii. Hepenko cembsi mmoaBepraeTcsl COLMaIbHOM
NUCKPUMMHALIMM M3-3a TpeayoexXneHus] B OTHOLIEHUU
pebeHka, Hecyllero 0oJie3Hb, KOTOpas Ha caMOM JeJie
He3apa3Ha, HampuMmep B Cilydyae HEKOTOPbIX KOXHBIX,
OHKOJIOTMYECKUX 3aboseBaHuii. Bce 3T0 momuep-
KMBaeT BaXHOCTb OMpeAesIeHUs] TPaBUILHOIO Jua-
rHO3a, TUIOB Hac/IeJOBaHUsI, PUCKOB U BO3MOXHOCTEM
st 3Toro nanueHTa [8]. Kpome Toro, orcyrcrBue aua-
rHO3a He TMO3BOJISIET CEMbSIM ITPMHUMATh OOOCHOBAaHHbBIE
pelieHus O penpoayKTUBHOM BbiOope [11].

Hapsiny ¢ atum, mpencraBieHHas CUTYyallMsl MOXKET
NMpuBecT K (OPMUPOBAHUIO Y MALMEHTOB UM MX POMI-
CTBEHHUKOB YYBCTBAa BHHBI, K OrpaHUYEeHUIO Tpocec-
CHOHAJIbHBIX BO3MOXKHOCTEM, (DUHAHCOBBIM JIUIIEHUSIM,
MapruHajausanuu. VICKIoueHHble W3  COLMAJIbHOTO
co00111ecTBa, OOJIbHBIE U UX CEMbM CTAHOBSITCS «HEBU-
IUMbIMU» 171 oblecTBa. YacTto B cilyyae He JMarHo-
CTUPOBAHHBLIX T€HETUYECKUX 3a00JjieBaHUII MyX OOBM-
HSIET XXEHY B Ilepenade 0o0Jie3HU PeOEHKY M HaoOOpOT.
BaxxHo oTMETUTD, YTO MPU PeLEeCCUBHBIX 3a00JI€BaAHUSIX,
Kora 00a rmapTHepa SIBISI0TCS HOCUTEISIMU TTaTOTeHHOM
MyTallMu, afeKBaTHBIN IMarHO3 4acTo MOMOTaeT BOCCTa-
HOBUTB CEMEiTHbIe OTHOLIEHUS [12].

Hpyrasi xapakTepHasi yepTa He AMarHOCTUPOBAHHOTO
3a0oeBaHUsI — caMooOBUHeHue. Poautenu pebeHKa,
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CTpaJalolIero peakuM 3aboieBaHUEM, MbITAIOTCS HAUTH
OTBET Ha BOMPOC O NMPUUYUHAX BOBHUKHOBEHUS 0OJIE3HU,
Harpumep, ynoTpedJeHUe ajaKoroyisi, HApPKOTUKOB,
HajJMyue BeHEepUUYECKOro 3aboJsieBaHUSI, KOTOPOE paHee
nepeHec oauH u3 poaurteneil. B Takoil cuTyauuu BaxkKHa
pOJib  TEHETUYECKOTro KOHCYJIBTUPOBAHMSI, KOTOPOE
MOMOTaeT CHSTh TPY3 «BUHbBI» C YJIEHOB CEMbU, MAET BO3-
MOXHOCTb MOHSITh MPOUCXOXIEHUE 00JIE3HU U aaNTU-
pOBaTbC K MEAULIMHCKUM, TEHETUYECKUM U TICUXOJIOTU -
YeCcKUM ee mociencTsusm [13].

Crenyetr moguyepkKHyTh, YTO, KaK MPaBUiIO, peaKue
3a001eBaHUs MPUBOIIT K (pOPMUPOBAHUIO MHBAIUI-
HocTu. B ceMbe, rue ecth Takoii peOeHOK, MOXeT pabo-
TaTh TOJBKO ONUH poauTesib. Kak cienctBue, 10XOAbl
B 9TOI ceMbe OOBIYHO HUXE MO CPABHEHUIO C IPYTUMM,
YTO COCTAaBJISIET JAOTOJHUTEIbHYIO (DUHAHCOBYIO MPO-
0s71eMy, MOCKOJIBKY pacxo/ibl Ha yXOJ 3a MallUeHTOM
OYeHb BHICOKM. MaTh OOBIYHO HE OCTaBJsIET 3a00Ty O
pedeHKe IpyroMy uenoBeky. [loaToMy MHOrue u3 3Tux
ponuTeseil CTaAaHOBITCS COLIMAJIBHO HEaKTUBHBIMMU,
M30JIMPOBAHHBIMU OT CBOUX JAPY3€U WU OTBEPrHYTHI
UMM U B pe3yjibTaTe — ysI3BUMbIMU. VIMEHHO MO3TOMY
poxaeHue pedeHKa ¢ peaKuM 3abojieBaHUEM OOBIYHO
NPUBOJUT K CEMEMHOMY pasjaay U JajbHEHIlIEMy pa3-
Boay [14].

Poab nmanueHTCKUX W JAPYrMX OOIMIECTBEHHBIX OPraHM-
3a0uii B KOOPDAVHAIMHA OKA3aHHUS MEJUIMHCKON MOMOLIM.
Penxue 3aboneBaHusi CJyXaT XOpPOIIMM IPUMEPOM
COLIMAJIbHOTO BJIMSIHUS, KOTOPOE MOTYT OKa3bIBaTh aCCO-
HUaluMy MaluueHTOB (M UX poAauTelieil), 0COOEHHO peru-
OHaJIbHble. MIMEHHO OHM CMOCOOCTBYIOT MOBBILIEHUIO
OCBEJIOMJIEHHOCTU OOILIECTBEHHOCTU O KOHKPETHbIX
npo0jeMax U BaXXHOCTU TMOMCKa PEIIeHUN uyepe3 Mex-
JlyHApOJIHbl€ M HAlMOHAJIbHbIE pETYJIMPYIOUIME Mpo-
uenypbl. biaromapsi nesiTeIbHOCTU MOJOOHBIX OpraHU-
3allMid, HAIIpaBJICHHOM Ha YyJIyYlIEeHUWE KauyeCTBa XXU3HU
BCEX JIIONEH, XUBYLIMX C PEAKUMMU 3a00JIeBAaHUSIMU,
MOBBIIIAETCS UH(MOPMUPOBAHHOCTh OOIIECTBEHHOCTH,
HaxXOASITCSd HOBbIE METOAbl MPEOJOJIEHNUS HEKOTOPBIX
3TUYECKMX U COLIMAJIbHBIX IIpobiiem [15].

He Tosnbko accouuanmu naiMeHToB, HO U UCCJENO0-
BaTesu, (papmalleBTUYECKME KOMIAHWM, OPraHU3aTOpbl
3/IpaBOOXPAHEHUs] JIOJKHBI 3aHUMMATbCSl MPOOJeMOid
penkux 3aboeBaHMIi, YTOOBI pa3padoTaTh HOBLIE METOIbL
MNpeloTBpallleHUs] COUMATIbHONW MapruHaaivu3aluy nalu-
eHToB. BmecTe ¢ TeM dapMaueBTHUeCcKasT IIPOMBIILICH-
HOCTb HE 3aMHTEpecOBaHa B MCCJIENOBAHUSX IO pa3pa-
0OTKEe HOBBIX JIEKAPCTBEHHBIX CPEICTB B 3TOI 00J1acTH,
a Bpauud HEpeIKO [EeMOHCTPUPYIOT HU3KUN YpOBEHb
KOMIIETEHTHOCTH, TMPEXJe BCEro M3-3a HENOCTaTOYHBIX
COOTBETCTBYIOIIMX 3HaHuit [16, 17]. WccaemoBaHus,
npoBeneHHbIe B 24 cTpaHax EBpoIibl, CBUAECTEIbCTBYIOT,
YTO MAlMEHTHI, CTPaJAoIIe PEIKUMHU 3a00J€BaHUSIMU,
CTaJIKUBAIOTCS CO CJIEAYIOLIMMU obcTosTe/ibcTBamu [ 18]:
— TMO3/HSs1 AMAarHOCTUKA;

— OTCyTCcTBME UWHMOpMAUUU U
OOILIECTBEHHOCTH O HUX;

OCBCIOMJIECHHOCTU

— HEeIOCTaTOYHOCTb HAy4YHBIX 3HAHUNA U
B HAOIIOJICHUHM 3a TeueHHeM 3a00JieBaHUS

— Majoe KOJMYECTBO TPOBEACHHBIX CIELMaTIbHBIX
UCCJIeIOBAaHUI;

— HM3KOe KauyeCTBO OKa3aHWs MEAULIMHCKOI MOMOIIIH,
BKJTIOYAs JIeUeHUE;

— BBICOKAasl CTOUMOCTD CYIIECTBYIOLIMX J€KAPCTBEHHBIX
MperapaTos;

— HEpaBeHCTBO M TPYAHOCTU B JOCTyIE K JIEYEHUIO
U yXOmy.

Oka3zaHue Jjie4eOHOH NOMOIIM NANMEHTaM ¢ opdaH-
HbIMH 3a0o0sieBanusaMHU. [IpoGiiema opraHuzauuu jeued-
HOTO TIpoliecca y JeTeil ¢ penkKuMu OOJIe3HSIMU OCTa-
eTcsl KpailHe akTyalibHOi. B coorBercTBUM ¢ 3aKOHOM
«0O06 ocHOBax OXpaHbl 300POBbs IpaxaaH B Poccuiickoit
®enepayn»  obecriedeHre JeKapCTBEHHBIMU  CPeI-
CTBaMU IS I€4eHUsI OOJIbHBIX C peAKUMU (OopdaHHBIMU)
3a00JIeBaHUSIMU BO3JIOXKEHO Ha PErMOHAIbHbIE OIOKEThI
cyobekToB P® [3]. [nst pelieHust BOIpoca O JICYCHUU
Takux OOJbHBIX HNpUHATH [loctaHoBneHus IlpaButenn-
ctBa P®D, B TOM uwuciie I yaydllleHUs] OpraHu3aiuu
MEIULIMHCKON MoMolly obecreyeHue JeKapcTBaMu
psiia Kareropuii mauueHTOB (OoJibHBIE TeMOGUIMEN,
MYKOBHCLMI030M, Ooyie3Hblo loie, Mykomoaucaxa-
puno3amu I, II u VI tunos u np.) nepeseaeHo Ha dee-
panbHbIA ypoBeHb [19—21].

CrneayeT TMOAYEPKHYTb, YTO JIeYEHUE PEAKUX
0oJie3Hel, KaK MPpaBUI0, OTHOCUTCSI K KaTeTOPUM JOPO-
rocrosiiux. C MpakTUUeCcKOi TOUKU 3peHUsT TIPU BbIOODE
TaKTUKU JIEYeHUsT BCe TPYIIITIbI OOJIBHBIX C PENKUMU 3a00-
JIEBaHUSAMU 11eJIeCOO0pa3HO pas3leuTh IO OKa3aHUIO
crieMaIM3UPOBAHHOI ITOMOILLM Ha 4 Kateropuu [22]:

1. Hyxpawoliuvecs B CUCTEMAaTUYECKOM JICUEHUM,
IIJIS1 KOTOPBIX UMEIOTCS pa3paboTaHHbIE JIEKapCTBEHHbIE
CpelncTBa, 3aperucTpUpPOBaHHbIE [UISI  TIPUMEHEHUS
Ha Tepputopuu P® (kypabenbHble O0JIbHbIC);

2. Hyxnaloumecs B cuUcTeMaTHYeCKOM JieUeHUH,
IS KOTOPBIX B MUPE pa3paboTaHbl JIeKapCTBEHHbBIE CPeji-
CTBa, HO OHU HE MMEIOT PEerucTpalvu IIsl TPUMEHEHUS
Ha Tepputopuu P®;

3. Crpapawoimye op@aHHBIMU OOJE3HAMU, IJII KO-
TOPBIX B MUPE HE pa3paboTaHbl CPEICTBA JICUSHUS;

4. Crpanaromne oppaHHBIMU OOJIE3HAMU U HYXKAa-
fo1IKecs B MaJUTMAaTUBHOM MTOMOIIIH.

HecMoTtpss Ha TO 4TO 1Sl JieyeHUsT OOJIbILIMHCTBA
penKux 3a00JieBaHUIi HET JIEKAPCTBEHHBIX CPENICTB, Kayue-
CTBO XXW3HU MAalIMEHTOB U UX CEMeii 3aBUCUT HE CTOJIBKO
OT TSIKECTU COCTOSIHUSI, CKOJIBKO OT TOCTYITHOCTU MEIU-
LIMHCKOM MOMOIIY 1 0oJiee IIMPOKOM COLMATbHON TOMI-
nepxku [23]. TMauumeHThl, crpagaiolmne ophaHHbIMU
3a00/IeBaHUSIMU,  JOJDKHBI  TOJIydaThb MEIUIIMHCKUE
MOCOOUST ISl YBEIUYEHUST MPOJOKUTETbHOCTH KU3HU
U YAYYLIEHMS] COCTOSIHUSI 3M0pOBbsi. KauecTBO KM3HU
OOJIbHBIX YACTO CHUXAETCsI M3-3a OTCYTCTBUS WIM TTOTepU
WX He3aBUCUMOCTM. HecMOTpss Ha OTHOCHUTEJIBHO
HeOOJIbILIOE YMCAO TaKUX MAllMeHTOB, OHU COCTaBJISIOT
IPYIIIY JIoJei, B OTHOIIEHUM KOTOPHIX OOIIECTBO UMEET

OITbITa
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MopajibHOe 00513aTeJIbCTBO 0J1arOTBOPUTEILHOCTHU U pac-
npeaeMTeIbHON CpaBeVIMBOCTA — O3TU MPUHLMIIBL
JIOJDKHBI UTPaTh PELIANIYI0 POoJib B Mpollecce onpese-
JIEHUsI TIPUOPUTETOB Ha3HAUYEHUS JIEKAPCTBEHHBIX Tpe-
napatosB [24].

Perynupylomue  opraHbl  OTIOEJbHBIX  CTpaH
u EBporneiickoe areHTCTBO MO JIEKAPCTBEHHBIM CpPEJi-
ctBamM B EBpone TMOCTOSHHO HampaBisilOT CBOU
yCUJIUSl Ha CTUMYJIMPOBAHUE Pa3BUTUSI TMPOU3BOJ-
cTBa Op(QaHHbIX JEKApCTB KaK Ha HAallMOHAJbHOM,
Tak U Ha eBporneiickom ypoBHsX. LleHa atux mpena-
paToB JIOCTaTOYHO BHICOKA, W OHU HEPAaBHOMEPHO
noctynHsl B EC, moTtoMy 4To paspellieHMe Ha Map-
KETUHI JIEKapCTBEHHOTO MPOAYKTa HE 00s3aTesIbHO
O3HayaeT, YTO OH HEMEJJIEHHO 3aIyCKaeTcsl Ha PhIHOK
BO Bcex rocyaapctBax ColpyxecTBa M CTaHOBMTCS
IOCTYIIEH IS MalUeHTOB 0e3 (PMHAHCOBBIX M aIMMU-
HUCTPATUBHBIX MpensaTcTBU. BMecTte ¢ TeM 3aKOHO-
NaTeIbCTBO MO PEAKUM JIeKAapCTBEHHBIM CpeacTBam
3HAYUTEJbHO OTJIMYAETCS B Pa3HbIX TrocyaapcTBax
U pacrnpejesieHUue CpelCcTB Peryjupyercss WHAWBUIY-
aJIbHO B KaXxJoi cTpaHe. [JOCTymHOCTb Mpernaparos,
KaK IMpaBuUJ0O, OCYLIECTBJSIETCS Yepe3 CUCTeMbl aMOy-
JIATOPHOTO WJIM CTallMOHApHOIo obecrieueHus [25].

MHorumu ctpaHamu ObLTM MIPUHSITHI MEPbI 7151 TIO/1-
IEep>XKU MCClIedoBaHUKM B 00JacTu opdaHHBIX JeKap-
CTBEHHBIX CPEACTB. BblaessiioTcst cpecTBa Ha KJIMHUYE-
CKME UCCIIeIOBAHUS, KOTOPbIE OLIEHUBAIOT O€30MaCHOCTh
1 23(PEeKTUBHOCTh IIpenapaToB, MEAULUHCKUX IIpU-
OOpOB, MPOAYKTOB MUTAHUS. YiydllleHWE JOCTYIHOCTHU
JIEKapCTB 3aBUCUT OT CYIIECTBYIOIIUX JIbIOT Ajis ap-
MalleBTUYECKOM M OMOTEeXHOJOTrMYeCKON IMPOMBIILICH-
HOCTH C 1IeJIblO MOIJAEPXKAHUS UCCIeA0BaHUI B 00JacTU
opdaHHbIX JIEKAPCTBEHHbBIX MpernapaToB, a TaKxXe
OT pa3BUTUSI OTHEJIBHBIX CEKTOPOB (hapMalleBTUYECKOM
MPOMBIIIEHHOCTU, OT PaclIMpPeHUs] 3HAHUU O peaKUX
3a00JIeBaHUSIX, YJIYyULIEHUS KOMMYHMKAlMU U COTPYI-
HUYECTBA MEXJy HWCCIeN0BaTEeIbCKUMU LIEHTPAMMU,
VUPEKAEHUSIMU U MaleHTaMu [26].

Creayer OTMETUTb, 4YTO MNpHU pa3pabOTKe HOBOTO
npernapata B MCCJIEIOBaHWM, KaK MpPaBWJIO, Y4acTBYET
orpaHMYeHHOe 4YuciIo MmauueHToB. [loaTomMy Gosiee 060-
CHOBaHHbIE BBIBOJIbI OTHOCUTEIBHO 0€30MacHOCTU 3TUX
JIEKapCTB MOXHO MOJIyYUTh 4Yepe3 MOCTMapKEeTUHTOBbIE
uccienoBaHus. BaXHO Takxke y4UTbIBAaTb WHIWBUAY-
ajibHble OCOOCHHOCTU OTKJIMKa OOJIbHOTO OpraHu3Ma
Ha JieYeHUe: OT TOJIOKUTEJbHOTO OTBETa JI0 TOJHOTO
OTCYTCTBUSI OTBETa M Pa3BUTUSL MOOOUYHBIX I(PPEKTOB.
Peakniysi opraHu3mMa Ha JieKapcTBO OyaeT 3aBUCETb
OT TE€HETUYECKOW KOHCTUTYLIMU WHIUBUIA, OOILIEro
COCTOSIHUSI €TO 3/10POBbSI, OKPYXKAIOUIE Cpelbl, Xapak-
Tepa MUTaHUS NaLueHTa u ap. [27].

KpaiitHe HeoO0xonuMo, YTOObI IPHU MPOBEACHUM KIIM-
HUYECKUX UCCIENOBAaHUN OOCYXIATUCh 3TUYECKHUE
BOIIPOCHI, Kacallluecss peakux 3a0ojieBaHUM y HeTei.

MNEPEOBAS

OHu TpeOyloT paspelleHus, BblgaHHOro KomureTom
M0 3THKE, a TaKXKe POAUTENSIMU/3aKOHHBIMU TpeacTa-
BUTEISIMU pebeHka [28]. B HacTosIee BpeMsi BO MHOTUX
CTpaHaX MUpa WAET aKTMBHas AeSTeJbHOCTb IO pa3pa-
0O0TKe, MPUHSTUIO, pean3aliyi UIW TIEPeCcMOTPY HallMO-
HaJIbHBIX CTpaTeTuii, HampaBJeHHBIX Ha obecreyeHue
MEIULIMHCKOM MOMOIIY Y MPeIoCTaBIeHUe YCIIYT Malu-
€HTaM C peAKMMHU 3a00JieBaHUSIMU, B COOTBETCTBUU
¢ Pexomennauusimu Coseta EBpornsl [7, 29, 30].

3akJovyeHue

TakuM o0Opa3oMm, MOHSITUE O PEAKOCTU 3aboJjie-
BaHUsl HE JIOJDKHO MAacKMPOBATh BAXKHOCTU 3TUUYECKUX
npobjem. OtcyrcrBue uHGoOpMauuu 00 opdaHHBIX
00JIe3HSIX JIeXKUT B OCHOBE MHOTOYMCJIEHHBIX JAUarHo-
CTUYECKUX OIIMOOK M OTCPOYKU B OKA3aHUU KBaU-
(GULUPOBAHHONW MEAMKO-COLMAIbHOM MOMOIIM OETSIM.
PanHsss aumarHocTuka, pe3yibTaThl IMOCJEAYIOLIEeTO
HaOJoAeHUsT 3a 0OJbHBIM, HaydHBIM aHalu3 U HaKo-
IUIEHWE MPAKTUYECKOrO OIbITa IMO3BOJIST MallMeHTaM
OBICTPO MOJIyYaTh JAOCTYI K JOCTUKEHUSM HOBEUILUX
HUCCIIENOBAHUN.

Penxue 3aboneBaHuss B OOJBIIMHCTBE ClIyyaeB
UMEIOT TSXKEJI0€e, XPOHUYECKOE TeYeHUe, MPUBOAST
K WMHBaJUAU3ALUU U TPEeOYIOT IJIUTEIbHOrO, UHTEH-
CUBHOTO U WHAMWBUAYAJBHOTO CHELMATU3UPOBAH-
Horo jieyeHus. [loBbilleHWEe KayecTBa XKU3HU CEMEN,
UMEIIIUX OeTeid C peaKuMu OO0JIe3HSIMU, TpedyeT
KOMIIIEKCHOW TOCYHAapCTBEHHONM MOJIMTUKM, HampaB-
JIEHHOM Ha pOCT [OOXOJOB pPOIMTEJIC, Mpexae
BCEro, OT TPYAOBOU JAESITENbHOCTU, COBEPILIEHCTBO-
BaHUS MEXaHM3MOB MEIMLMHCKOW MOMOIIM U ToCy-
NApCTBEHHOW COLIMAJIbHOM MOIJEPXKKU, Pa3BUTHUS
CUCTEMbl COLMAJIbHBIX YCIYI, a TakXe W3MEHEeHUs
OTHOILIEHUST K CeMeiHbIM LIeHHOCTsAM. ClenyeTr oTMme-
TUTb, UTO CYUIECTBYIOLIUE COBPEMEHHbIE 3TUYECKHUE
MPUHLIUIBI, CIIOCOOCTBYIOIIME MPOBEAECHUIO HAYyUYHbIX
UCC/ieNOBAaHUM, BKJIOYAIOT MapTHEPCTBO C 3aMHTE-
pECOBaAaHHBIMU CTOPOHAMU, COLMAIbHYIO LEHHOCTh
pa3paboToK, HayuyHyl0 OOOCHOBAHHOCTb BbIBOJIOB,
O0BEKTUBHYIO OLIEHKY OajlaHca puCKa UM BBITOMbI,
HE3aBUCUMBIl aHaIn3, UH(MOPMUPOBAHHOE coOrjacue
U YBaXEHHNE K yUYaCTHUKAM.

BaxHyio pojb urpaloT accouvaluMy JoJei, crpa-
JAI0KUX peAKUMU 3a00JeBaHUSIMU; 3TU accollMaluu
CIy>XaT JABWXYILUEH CUJIOM pocTa OCBEAOMJIECHHOCTU
obuecTBa, KJIIOYEBbIMM YYaCTHUKAMU WM TapTHEpamu
uccaeaoBaTesieil, creuuaiucToB B 00JacTU 31paBoO-
OXpaHEHUS W OTUKHU, MPEACTABUTEJE OpPraHoOB TOCy-
mapcTBeHHON Biaactu. W, HakoHel, OOJBLIMHCTBO
roCyAapcTB CO3[al0T pedepeHTHbIe LEHTPbI I Malu-
€HTOB C peaKUMU 3a00JieBaHUSIMU, OOECreynBaoT
yIydllleHUe UX <«BUAUMOCTHU» uYepe3 0a3zy JaHHbBIX
Orphanet [31] M COBMeCTHOE paclIUpEeHHE 3HAHUI
o Hux B EBpone [32].
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