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AHHOMauus. PacCMOTPEHbI CYLLECTBYIOLME HOPMATUBHbIE NOAXOAbI K NPO-
6neMe opdaHHbIX (peakunx) 3aboneBaHuit, NPOBEAEH UX 3TUKO-GUNOCOdD-
CKMI aHanM3 1 NPOAEMOHCTPUPOBAHA BO3MOXHOCTb BIMSIHUSA UCMONb3Yye-
MOro B paMKax TOrO WM WMHOFO MOAXOA4a 3TUYECKOro KOHLEMTyaslbHOro
annapaTta Ha Npouecc CTMrMaTu3auuu onpegenieHHbIX rpynn nauueHToB
Takxke nccnepoBaH GeHOMEH CaMOOpPraHM3aumM NauMeHToB C OpdaHHbI-
MM 3a60/1eBaHNSMU N CO3aHMS UMUK OBLLECTBEHHBIX KNacTepoB (JIOKyCcoB
61OCOLMaANbHOCTA) C Le/bIo 06ecnevYeHms COBCTBEHHbIX MPaB Ha OXpaHy
3[10POBbS B YC/IOBUSIX FEHETM3ALLMM OOLL,ECTBA U HEA,0CTaTKa OOLLLECTBEHHbIX
pecypcoB s obecrneyeHns Hy [, 34paBooxpaHeHuns. CaenaH BbIBOL, O TOM,
4YTO 0COBYI0 aKTyaNlbHOCTb AJ18 pelleHus npobsieM opdaHHbIX 3ab601eBaHUM
MMeET 3TUYECKMIA NPUHLMIN KOHBEPreHUMM ycuamii. OH Bbi3bIBaeT 0CO6bIN
pe30HaHC 1 NOCNEeACTBUS KaK B OTHOLIEHUN GOPMMPOBAHUS HAYYHOIO 3Ha-
HUS, TaK U KOHKPETHbIX NMOJIMTUYECKMX LIAroB MO 3aluTe NnpaB NalMeHTOB
¢ opdaHHbIMK 3a601eBaHUAMU. [JaHHbIN NPUHLMN CBA3aH C MHbOPMaLU-

Crarbsl IOATOTOB/IEHA B paMKax IIPOEKTHOr0 UccilefoBaHus «CoLoryMaHuTapHble
KOHTYPbI TeHOMHOM MeJJUL{HBI», BBIIOJIHEHHOTO NP (priHaHCOBOM nopaepskke Poc-
CHICKOro HayuHoro ¢oHza; rpaHt Ne 19-18-00422.
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OHHOW NOoAAEPXKKOM MaLMEHTOB U UX ceMeM; co3aaHneM dopyMoB obLule-
HUSA Bpayer C naumeHtTamu u mopgener MHGOpPMUpoBaHUS 06 opdaHHbIX
3ab6oneBaHusIX; GopMMpPOBAHNEM PaA3BETBIEHHON CETU 61aroTBOPUTENbHbIX
OopraHu3auuii, 3aHMMatoWMXC cOOpOM CpeacTB Ans obecnevyeHus naum-
€HTOB YKM3HEHHO HEOOXOAUMbIMU JIEKAPCTBEHHLIMU CPELACTBAMM, @ TaKXkKe
rno6anbHbIX MEXHALUMOHaNbHbIX NPorpaMM B 06/1acTU pa3paboTKKM nekap-
CTBEHHbIX NMpenapaToB; CaMOOpraHM3aLmMen NaLneHToB, a TaKKe NPOaKTUB-
HOWM MHTErpaumeint reHeTUYECKMX TEXHOIOTUI B CUCTEMY 31 paBOOXPaHEHMS
C LeNblo CBOEBPEMEHHOM ANArHOCTUKK opdaHHbIX 3a60neBaHMIM U BbIbopa
TPAEKTOPUU JIeYeHUs; aHaIM30M NpobaeMaTKM opdaHHbIX 3a60eBaHNI
He TONbKO B paMKax MeAMLMHCKON MOAENN 340POBbS M MHBAINMAHOCTU, HO
M coLMaNbHOM MOAENN.

Knrouesble cioBa: opdaHHble 3aboneBaHusl, reHeTM3aums obuiecTsa, buo-
CoLManbHOCTb, HOPMAaTKBHbIE NOAXoAbl K Npobaeme opdaHHbIX 3a6oneBa-
HWI, CTUrMaTU3auMsl, AUCKPUMUHALMS.

Ccbinika ans untmposanus: Monoea O.B. OpdaHHble 3a601eBaHMSA: JIOKYCbI
6rocouManbHOCTM M HOPMaTMBHbIE NPaKTUKKM // Yenosek. 2019. T. 30, N2 6.
C. 156-173. DOI: 10.31857/5023620070007678-2

TIOC/Ie/IHNe TOZBI MOHsATHe opdaHHBIX (pefKuX) 3abomeBaHUi

TIpUBTIeKaeT K cebe Bce Gosbitiee BHUMaHWe. OpdaHHbIe 3a00-

JIeBaHMsI OXBAThIBAalOT HEe3HAYUTEbHYIO UaCTh 4esioBeueCcKon
ronysisiLuKu. HYU3Kuil ypoBeHb pacripoCcTpaHeHUs 3aTpy[HSeT u3yue-
HHe 1 TIOHUMaHMe TeueHHs TaKuX 3a00/1eBaHuMM, IIast TOHOL|eHHOM
HMH($OPMalIMOHHOW MOJJep>KKK Kak IalieHTOB U 4/IeHOB UX ceMel,
TaK U MeJIUI[UHCKOe COOOIIeCTRO.

IMousitTie opdaHHBIX 3a007€BaHUA B POCCHUACKOM IPABOBOM
rosie ObLIO peryiameHTHpoBaHo B 2011 rogy ®enepasbHbIM 3aKOHOM
Ne 323-@3 «O6 ocHOBax OXpaHbI 3/10pOBbsl TpaXkaaH B Poccuiickoit
®eneparyn». CoracHO JaHHOMY B 3TOM [JOKYMeHTe Orpejie/leHH!o,
K opthaHHBIM OTHOCSTCS 3ab0/1eBaHus, paCPOCTPaHEHHOCTh KOTOPBIX
He nipessIiaeT 10 ciayuaes Ha 100 Teic. HaceneHust. YacToTa pacrpo-
CTpaHeHus B IpyTMX CTpaHax MUpa MOXKeT CyII|eCTBEHHO OT/INYaThCsl.
Haripumep, B CIIIA peub uzet 06 1 cnydae Ha 1500 uenoBek, B TO
BpeMsi Kak B fnonun — 06 1 ciyuae Ha 2500 uesoBex.

Ha npoTsbkeHHM HeCKOJBbKUX MOC/Ie[HUX JeCATUIeTUN BO BCeM
MUpe OTMeYaroTCs TOBbIILIeHNEe COL[MaNBbHOM 03ab0ueHHOCTH TIPO0IIe-
Mo¥i opdaHHBIX 3a00/1eBaHUH 1 BLIPaO0OTKA 0COOBIX Mep Me/IUIIMHCKOM
nomoIy TakuM OombHbIM. CrieljajbHble Mephl 10 00ecreyeHuro
TIpaB MaleHToB ¢ ophaHHbIMU 00/Ie3HSIMU SBISIOTCS] OTPAYKEHHEM He
TOJIBKO Cepbe3HbIX [JOCTXKeHU COBPeMeHHOW MeIULIMHCKOM reHeTH-
KU B pa3paboTke MeTOZ[0B MX AWArHOCTUKU U JiedeHUs (opdaHHbIe
0osie3HH, Kak MPaBUJIO, UMEIOT TeHeTUYeCKYI0 TIPUPO/Y), HO U BBICO-
KO CTereHu 3aBUCHMOCTU OOJIBHBIX OT COLMATbHO-TIOIUTHYUECKIX
Y TEeXHOJIOTMUeCKUX I1aroB KOHKpeTHOro coobiectsa. Takas 3aBu-
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CMMOCTh 00yC/IOB/IeHa OTCYTCTBHEM WHHOBALIMOHHBIX MEJUIIMHCKUX
TIPerapaToB U TE€XHOJIOTHM, MO3BOJISFOIUX OCYILECTB/ISTh MPOLIeCC
neyeHns «OphaHHBIX» TAIMeHTOB, HeOOBIYAaiHO BLICOKOW CTOMMO-
CTBIO JIeUeOHBIX W peabMIUTALIMOHHBIX Mep, a TaKkKe HeoO0X0JUMO-
CTBIO VX IPUMEHEHHSsI B TeueHWe BCell )KU3HU TaljeHTa.

Bce uare oco3Haetcsi, uto 1ipobsiemMy opdaHHBIX 3a001eBaHuIA
HEBO3MO)KHO pPacCMaTpuBaTh WCK/IFOUMTEBHO B PaMKax MeIUI[HH-
CKOW MOJIe/IM 3[0POBbsi U WHBAMAHOCTH. PelieBaHTHBIM SIBJISIETCSI
WCCTIeZlOBaHUe COLIMA/IBHOTO cpe3a rpobsiembl. V3yueHue opdaHHBIX
Oosie3Hel B 3TOM CBsI3U MOZIPa3yMeBaeT aHa/IN3 MPO0/IeMbl B KOHTEK-
CTe pa3BUTHSI COBDEMEHHBIX TPEH/IOB MeJUKAIM3al[i U CBSI3aHHBIX
C Hell TaKMX TeH/IeHLIMH, KaK reHeTH3arus, CTpaTu(UKaLUs TaljieH-
TOB U (hOPMHUPOBaHUE JIOKYCOB OMOCOLMaTBLHOCTU. Bee oHM oposkia-
10T HOBble HOPMAaTUBHbIE TIPAKTHUKH, OXBATHIBAIOIIE B3aUMO/IeHCTBHE
Pa3/IMYHBIX aKTOPOB: Bpauell ¥ MalMeHTOB, UCC/IefoBaTe e, OpraHu-
3alUii ¥ CHCTEeMbI FOCYAPCTBEHHOTO YIIpaB/ieHus, — U HOBbIe (op-
MBI COLIMA/TbHBIX OTHOIIEHHH, C)OPMHUPOBAHHBIX 10 OMOJIOTHYECKO-
My (TeHeTHYeCKOMY ) MPU3HAKY.

B Hacrosiieli cTaTbe TpeJripUHUMAETCS TIOTBITKA PAaCCMOTPETh
psi] 3TUKO-PUI0CcohCKUX pobiiem, CBsi3aHHBIX C (HeHOMEHOM CaMOOop-
raHU3aLUK «Op(aHHBIX» TAL[eHTOB U CO3/IaHMsI UIMH 00I1[e CTBeHHBIX
KJIaCTEPOB (JIOKYCOB OMOCOI[UATBHOCTH) C TieJTbI0 00ecIieueHw s 1paB
Ha OXPaHYy 3/10POBbsl. B KOHTEKCTe MCC/IeZIOBaHUS eIaeTcsl yrop Ha
aHa/M3 TeH/|eHL[UI TeHeTU3aliy U COLMaIbHON CTPaTU(UKALMY T1a-
L[UEHTOB, PaCCMaTPUBAIOTCSI CYIIIe CTBYHOIIHE 00I1[eCTBEHHBIE MPaKTH-
K1, MEAULIMHCKUI 3TOC ¥ PacrpoCTPaHeHHbIe HOPMaTHUBHBIE MOAXO0/IbI
K Tipobsieme opdaHHbIX 3aboneBaHuii. Kpome Toro, 1eMOHCTPUPYeT-
Cs1 BO3MOXKHOCTD BJIUSTHUSI UCTIO/Ib3yEMOT'0 B paMKax TOTO WM WHOTO
TO/IX0/Ia ITUYECKOTO KOHIIEMTYyaIbHOTO arrapara Ha Mporiecc CTHr-
MaTH3aLUH OTIpeZie/IeHHbIX TPYIII MMaljieHTOB B CBSI3U C HEe0CTAaTKOM
0011[eCTBEHHBIX PECYPCOB //isi 00eCrieueHust HY>K/, 3/jpaBOOXPaHeHUs].

FeHeTu3auma u ctpatudukauus

[TosiBeHWe BO3MOXKHOCTEH BbISIB/IEHHUsT OpGhaHHbIX O0Jie3Hel ¢ mo-
MOIIIbIO UCTI0/Ib30BaHMsSI TeHETHYECKHUX METO/[0B TIOCTaBU/IO OCTPYIO
Mpob/ieMy MHTeprpeTalii MeAUIMHCKOW HHPOPMAIMK U JOHE CeHUS
ee J10 TALMeHTa U YIEHOB ero CeMbH.

HayuHblli TIOTeHIIMa/ COBPEMEHHOM T'€HETHKH IO3BOJISIET Jva-
THOCTHPOBAaTh y MaljeHTOB OIPOMHOE UKC/I0 HaC/IeACTBEHHBIX 3a-
OosieBaHUH, a TaKXKe OMpeeNisiTh C OOMBIION CTENeHbI0 BEPOSTHOCTH
PUCKH TIOSIBJIEHUST PAa3/IMUHBIX TIaTosioruid. OfHaKo HeoOXOAKUMO OT/ia-
BaThb cebe OTUET B TOM, UTO HacC/ie[CTBEHHAs TaTOJIOTHs 3aTparuBaeT
HeIroCpe/ICTBeHHO «OHOMOTHUeCcKyr0 MaTpuLly» ObITHs uesoBeka [5],
caMble TOHKHE TPAHH ero W/IeHTUUHOCTU. B 3TOM CBf3M JUAarHOCTH-
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YyeckHe Cy)K/IeHHs Bpaua-reHeThKa v TeM Oojiee eTo TepareBThdecKue
ZeHCTBUS HeN30e)KHO COTPSIKEHbI C HeOOXOAUMOCTRIO pelliaTh MHO-
JKEeCTBO CJIO’KHEUIIINX BOTIPOCOB 3TUUYECKOTO XapakTepa. Pe3ynbraThbl
reHeTHYeCKOro TeCTUPOBAHUS He TOJIBKO KacaroTcsl TMUHOCTU Talu-
€HTa, HO ¥ MOTYT 3aTPOHYThb IIMPOKWUU CIIEKTP OTHOIIEHWUN C Apy-
TMMH JTIOIbMU: €ro POJICTBEHHUKAMHU U O/M3KUMU, paboTozaTensiMu
Y MPOYMMHU 3aMHTepecoBaHHBIMU JiKljaMU. Haripumep, pacripocTtpa-
HeHue WHGOpPMALMM O PUCKaX IMOSIB/IEHUS] Y MMOTOMCTBA Op(haHHOro
3a0071eBaHUSI MOXKET HE TOJIbKO HOCHUThL XapakTep WH(POPMHUPOBAHUS,
HO Y TIOPOXK/IaTh BO3MOYKHOCTb JUCKPUMHHALMK YesioBeKa.

JaHHasi TeH/IEHIUs XapaKTepHa [ijis TI0/TyJarolrero Bce 6oJbiiee
pacripocTpaHeHue sIBJIeHUs], yAauHO Ha3BaHHOTO O. JIUTTMaH «TeHe-
tusatueii» [10]. JJaHHbIM TepMUH MCC/IeioBaTe/IbHULIA MCTI0Th30Baa
IS OTIICAHUsI BIIMSTHUSI TeHETUKU Ha COBPEMEHHBIE COLMA/bHBIE TTPO-
1ecchbl. ['eHeTH3aus (haKTUUeCKU BOCIIPOM3BOZUT U YCUTUBAET BCE OC-
HOBHBIE UepThI TAKOTO DO0JIee TIMPOKOTO SIBIEHUsI, KaK MeIMKaIu3aliysi,
OTPayKaroILETO MPOLIECC BO3AEMCTBUS MeJULIMHBI Ha BCe C(ephbl COLU-
a/MbHOM >KU3HU. TepMUH «reHeTH3alys» M3HaYabHO 00pen HeraTvs-
Hble KOHHOTAIIUH, 00yC/IOB/IeHHBIE TeM, 4TO OMOMeJHIIMHA, KOHKPET-
HO — TreHeTHKa, MPEeBbICH/Ia MACIITab CBOMX ITOJTHOMOUMH U TIOCSATHY/IA
Ha MCIO0/Ib30BaHNe TeHeTUUYeCKOTo MOHATUHHOTO arrapara /st 00bsc-
HEHUSs! pa3/IMUHbBIX aCITeKTOB Ue/ioBeueckoro ObITHs. B uacTHOCTH, OHa
CTaJla TIPUMEHATBCS /1J1s1 OObSICHEHHUST Pa3/IUuni MeXXy (hu3ruecKUMy
Y KOTHUTMBHBIMU CMIOCOOHOCTSIMU MHAWBU/IOB, UX COI[UATbHBIMU PO-
JISIMU ¥ 3aHUMaeMbIM T10JI0’keHHeM B ob1riecTBe. Kpome Toro, oHa cTaja
MyTEBOAHOM 3BE3/I0M M OPUEHTHUPOM /I/Isi BBICTPAUBAHUS KU3HEHHBIX
TPaeKTOPHH, MIaHUPOBAHUS Oyayiiero v (hopMHUPOBaHMUST HOBBIX TIPe/I-
CTaBJIeHHI 0 HOpMe U MaToJIOTUU iajieko 3a TipefieslaMi MeIUL[MHBI.

Hapsizy c ToHSITHEM «TeHeTU3alyish» PesieBaHTHBIMU TIPU U3yUe-
HUM UCTIO0/Th30BaHNs OMOMEJUIIMHCKOTO Te3aypyca J/ist MUHTePIpeTal[uu
COLIMA/TbHBIX TIPOLIECCOB SIBJISIFOTCS U IpyTHe TIoHsTUs. Hanpumep, pac-
MPOCTPaHeHKe TI0/TyUH/IO TaKOe MOHATHE, KaK FeHeTHUeCKUM 3CCeHI1a-
JM3M, B paMKaX KOTOPOTO TeH pacCMaTPHBAETCS B KaueCTBe HayYHOU
BEPCUU YeJI0BEUECKOU IyIIH, CHMBOJIMUECKOTO 0OBEKTa, CyIIeCTBYO-
IIero BHe 3aBUCUMOCTH OT OMOJIOrMUeCKUX oripeziesieHui [8].

leHeTH3a1vist ¥ TeHETUYECKUH CCEHITUAN3M JIEMOHCTPUPYIOT 3a-
MbICeN PeYKLMOHUCTCKOTO «IIPOUTeHHsI» UesioBeKa, C OIHOW CTOPOHBI
HeCyILIUH cepbe3HbI ATPOTreHHbIN 3PdeKT, a C APYroil — Mo3BOJISIO-
L1 TIOPOXK/AaTh HOBBIM TMOPSZIOK COLMAJbHBIX OTHOLIEHWHA U HOBBIE
CIoCOo0bI KOOPAVHAIIUM WIEHOB 0011jecTBa ¥ 00pa30BaHUsI KOJUIEKTHB-
HBIX WJIEHTUYHOCTEH Ha OCHOBE 3HaHWsI O CBOMX FeHeTHUeCKUX XapaK-
TePUCTUKAX.

Baxnetinieli mpobieMoii, OCMbIC/IEHHOW 3. JTUmmMaH B KOH-
TeKcTe (OPMHPOBAHUS TPEH/A reHeTH3aldd, CTajl (eHOMeH CTpa-
TU(UKALMU. 3HaHHE O COOCTBEHHBIX TEHETHUECKHUX 0COOEHHOCTSIX
paszenusio ofek Ha rpynmnbl. CTpatrdyKalys KoCHy/Iach Herocpe/-
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CTBeHHO 00siacTy MeJuiHBEL. HOBBIN BUTOK ee pa3BUTHS, TTOTyUHUB-
WA Ha3BaHWe «TIepCOHAIM3MPOBaHHAs MeTUIHA», TTOBJIEK 3a COOO0M
pasjesieHrie TIOMY/SLUM TalMeHTOB Ha KIMHWYEeCKU pejieBaHTHLIe
TPYIIbl, CBS3aHHBIE C TEMU WM MHBIMH Ouomapkepamiu. ITomobHoe
pasgesieHrie OCHOBBIBAETCSI Ha TMPe3yMIILUH TOr0, YTO BO3MOXXHOCTb
0oJiee TOUHOM [UArHOCTUKY U BbISIB/IEHHE CITEIU(UUeCKUX MeIUIUH-
CKHX PUCKOB TIPEZTIO/aratoT HUCI0b30BaHUe CrieliuuuecKux Meau-
LIMHCKWX KpUTEepHeB JJis eJieHUsl Ha TpyIs [9].

BmecTe ¢ TeM KIMHUUECKU 00yCIOB/IeHHasT CTpaTh(UKaLvs OKa-
3a71aCh TeCHO CBSI3aHHOMW C COLMANbHOW CTpaTU(UKALeld U B L[eIOM
C PYUCKOM Me/IMKO-COLMaIbHOM CTUTMAaTH3aL|U: Te, KTO He MOYKeT BOM-
TH B K/IMHUYECKW PEJIEBAHTHYIO MOATPYIIY, OKa3bIBAKOTCA 3a OOPTOM,
BHe BHUMaHUSI MeJWI[MHbI, HE OXBAThIBAIOTCS €10 U He WHTepecyloT
ee. B HacTosiiijee BpeMsi KpUTepUH BbIJie/IeHUsT TeX WU UHBIX TPYIII
He/[0CTaTouHO pa3paboTanbl. CoBpeMeHHasl WH/WBHU/yaTU3UPOBaH-
Hasi (TepCcoHaMM3UpOBaHHasl) Me[WLIMHA T7IaBHBIM 00pa3oM uMeeT
[leJi0 C TeMH TPYITaMH TMaleHTOB, [Jis KOTOPBIX CyLIeCTBYeT Jeue-
HUe, U B MeHbIlIel CTeTleHn — C TeMU TaljieHTaM, KOTOPhIM HayKe
Y MeJUIIVHE Ha JaHHOM 3Tarle UX Pa3BUTHS MPe/JIKUTD ITOKa Heuero.
U B 9TOM C/Tydae reHeTU3alUs IpUOOpeTaeT BIIOJIHE OYEBU/IHBIN eB-
reHW4YeCcKuii MOoChII.

Pa3mMuHble TPYMITbI MMAIUEHTOB MOTYT He MOMNAacTh B Iy/I NalueH-
TOB, Ha KOTOPBIX Oy/ieT HarpaB/ieHO TIePCOHAM3UPOBAHHOE JIeUeHHe.
OTum 00yc/IoBIeHA CYI|eCTBeHHAs KPUTHKA OCHOBAHHOM Ha TeHeTHue-
CKUX TEXHOJIOTHSIX MHAVBUYaTU3UPOBAHHOM (TIEPCOHATM3UPOBAaHHOM )
MenuivHbL. Ee, B 4aCTHOCTH, pacLieHWBAIOT KaK MPOEKT, JIUIIAOIIUNA
VHBa/IM/IOB TIpaBa Ha BbIpakKeHHe CBOEeM YHUKAlbHOCTH, HEIOBTOPH-
MOCTH ObITUs ¥ ieHHOocTed [11]. TIponarania reHeTHUe CKUX UCCIe0-
BaHMI 3a4acTyt0 OCYLECTB/ISETCS B KOHTEKCTe ITUUeCKOro ToCkia 00
yCTpaHeHUH MHBAIMJHOCTH Kak TakoBOW. O[JHAKO B OTHOLLIEHWH JTFOfei
C OTPaHUYEHHBIMHM BO3MOKHOCTSIMU [IJaHHBIM TIOCHLT BOCTIPUHUMAETCSI
KakK yrpo3a MxX JITYHOCTHOMY /IOCTOMHCTBY U B LeJioM (prizrueckoMy
CYIIeCTBOBaHMIO, TIOCKO/IBKY TeHeTWJecKasi PeBOIOLMs pa3paboTaHa
[I7Is1 TIpeJJOTBPAllleHuUsT POXKAeHUs Jitoflell ¢ MHBaIMJHOCTbI0, UTHOPH-
POBAHUS UX 0COOBIX 1]eJiel U 1eHHOCTel. Kpome Toro, HemMa ioBayKHOM
npo06/1eMOii B KOHTEKCTe Pa3BUTHSI JAHHOTO TPeH/la SIB/ISIeTCs Ha/lure
CyOBbEKTMBHOW KOMIIOHEHThI B IOHUMAHHWU TOTO, UTO TaKOe 3710POBBE.
OHoO, Kak TPaBUJIo, OTIPeIENIAeTCs SKCTIepTaMU B 00/1aCTH 37[paBOOXpa-
HeHUs], Y4eHbIMHU U CTPaXOBOW OTPaC/ibio, HO He JIFJbMU C OTPaHNueH-
HBIMH BO3MOXXHOCTSIMH [TaM ke, c. 98-99].

Pa3BuTHe TeHeTHUEeCKUX TEXHOJIOTHUH TIOPOXK/IAeT CTpaTHU(HKa-
L[UI0 y)Ke B TIPOCTPAaHCTBe BOOOpa)XaeMoro, Ha yPOBHe OXKH/IaHWH.
Tak, WCTIONb30BaHUE TeHETUYeCKUX TEXHOJOTUM B TIPeHaTa/IbHOU
[TUAarHOCTHKE BBI3bIBAET UMEHHO TakKoW 3 QeKT, MOCKOILKY Hebsaro-
TIPUSITHBIN TIPOTHO3 OTHOCHTENILHO 3[]0POBbS T1710/la M0/ipa3yMeBaeT
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oTipe/ie/ieHHYH0 MEHTaIbHYI0 KaTeropr3alf{io 1o HO30JI0THH, CIIOCO-
Oy BezileHUsI POJIOB, BLIOODY /la/bHel el MeJUKaMeHTO3HOU U TICUXO-
JIOTUUEeCKOU TIO/IePKKHM MaTepy U peOeHKa.

Bosee Toro, MPOTHO3 ¥ BEPOSTHOCTh TOTO, UTO TJIO] SIBISIETCS] HO-
CHUTesIeM TOTO WA MHOTO AWarHo3a, B OOMBIIMHCTBE CTy4aeB CTYXKUT
TIOBOZIOM TIpeKpalleHusi bepeMeHHOCTH. U 371eCh OCHOBaHUEM Jist
TIPUHSITHS PEIIeHHs] CTAHOBUTCSI CTUTMATU3UPYIOIIiee TIPe/iCTaBIeHe
0 crpatrduKaLuu 001IecTBa Ha TIOJIHOLEHHBIX (370POBbLIX) U HEMoJI-
HOL|eHHBIX (HeZeecrocoOHbIX, O0/bHBIX). [TosiBIeHe MHAWBU/yay-
3MPOBAHHBIX JIEKADCTBEHHBIX CPEJICTB, @ TAK)KEe TMEPCOHABbHBIX pe-
KOMeH/]alluii Ha OCHOBe 3HAHUSI TeHeTWYeCcKOro Mpoduss nanyeHTa
MOpPOXKJaeT BOTIPOC O TOM, [/l KAKWX CTPAT MaldeHTOB OHU MOTYT
ObITb co37aHbl. [IpyU HEBO3MOXKHOCTH CO3/IaHUSI JIEKApPCTB JIJIs OTIpe-
JleJIeHHbIX TPYMIT TALUeHTOB, HalpyuMep [/ TeX WIA WHBIX TPYII
WHBA/MZIOB, TaKWe TPYIIBl MOTYT OBITb IMPOCTO UCK/TIOUEHBI U3 TI0JIs
BHUMAaHUSI MEJIUIUHBI, TIOCKO/IBKY CO3[laHWe JIeKapCTB /Ijisi HebosTb-
WX TPYTIT MAljueHTOB He TpeCTaBseT A/ QUPM-TIPOU3BOAUTE IeN
KOMMepueCKOro MHTepeca, a rocyAapCTBeHHas MO/JeprKKa C/ULLIKOM
HUUTO)KHA TI0 CPaBHEHMIO C MOTPeOHOCTSIMMU, CBSI3aHHBIMU C pa3pa-
OOTKOI MeTO/I0B JIeueHUsI TOW U UHOW HO30/I0THH.

Bce cka3aHHOe BbILlIe B [T0JIHOW Mepe KacaeTcsl MaLeHTOB C pPel-
kM (ophadHbIME) 3aboeBanusiMU. TIpeHartanbHasi U TIOCTHATaTbHasT
JIMarHocTuKa (hopMHUpYyeT y npeficTaBuTeseld «ophaHHbIX» MaljieHTOoB,
WX POZICTBEHHHKOB M MeJMLIMHCKOTO TlepcoHasa orpeZeseHHbI ropu-
30HT O’KU/IaHUH. TToc/ieIHUH 1TO3BOJISIET ZeIaTh MTPOrHO3bI OTHOCUTE/Th-
HO Ja/bHeuIer cyabobl pebeHKa, ero obpasa >KU3HH, ee TIPOJODKH-
TeJIHOCTH U PUCKOB. PoxxaieHre pebeHka ¢ opdaHHBIM 3a00/1eBaHEM
3a4acTyr0 BOCIIPUHUMAETCSI He CTOJIBKO KaK Tparefuis [ijisi poAuTesiei
Y caMoro peOeHKa, CKOJTbKO Kak HapyllleHre HEKOTOPBIX HessBHBIX TTpa-
BUJI OOIIIeCTBEHHBIX OXKH/IaHWH, 00YC/IOBIEHHBIX JIaTeHTHOW HeoeB-
TeHUUeCKoW TIOIMTUKOM, Tofipa3yMeBarolliell S/IMMHUHAIAI SMOpHOHA
B (Jlyyae HeTraTWBHBIX Pe3yJIbTaTOB reHeTUYecKoro CKpuHuHra. Crpa-
Terusi abOpTUPOBaHKS TI0/IAeTCS TI07] BUOM TPOGHIAaKTUKN MeJULIH-
CKUX TaTOJIOTUM, CHUMasi TIONIOKUTETbHBIM CMBIC/ TTOC/IeIHeH, pu/ja-
Basi el OKpallleHHOe B TEMHBIX TOHAX 3K3WCTeHIMabHOe CofiepyKaHue.

B 3TOM KaK pa3s u MposiB/sieTCsl CYL{HOCTb reHeTH3alui — He TPo-
CTO /IaBaTh TOUHYIO MH(OPMAIHIO O IMAarHO3€e U PUCKAX, HO TTIOPOXKIATh
CTpaTervy TOJIKOBAaHWs, WX WHTEPIPeTalyy, WMeIOIIe OTHOLIeHHe
K TIpaBy Ha >KHM3Hb U CMepThb, a TaK)Ke OTIpe/ieIsiiolLyie TPaeKTOPHUHY pas-
BUTHUS YeTIOBEKA U ero CyAb0y, OKa3bIBaTh TICUXOIOTHUECKOe /IaB/IeHre
Ha TIPOLIeCC TIPUHSITHSI PellieH sl ¥ TIPOBOJUTE KaTeropyu3aliyio marjeH-
TOB ¥ MX O/TU3KHMX He TOJIBKO TI0 MEAWIIMHCKUM, HO ¥ B KOHEYHOM UTOTe
T0 3TUYeCKUM KputepusiM. Tak, Harpumep, Jrara3oH SMOIMOHATbHBIX
peakLii ¥ HpaBCTBEHHBIX OL[EHOK, CBSI3aHHBIX C BOCTIPUATHEM 00pa3a
Marepy pebeHKa, CTpazarorero ophaHHbIM 3aboieBaHHEM, U B TIPO-
1jecce reHeTUYe CKOT0 KOHCY/ITUPOBaHWUS, U B 00ITIe CTBEHHOM CO3HAHUM
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OYeHb IIMPOK: OHA TPE/ICTAeT TO KAK >KePTBa 0OCTOSITE/TBLCTB HETPeo-
JIOTIMMOM CHWJIbI, TO Kak CBsATas, Oepyliiasi Ha cebsi crioKHeme o0s-
3aTesibCTBa 10 yXoy 3a pebeHkoM. Kpome Toro, B coBpeMeHHbIX OHO-
MeIUIIMHCKUX [TUCKYypCaX, AOCTYIMHbIX [Jis 03HAKOMJ/IEHUS] B CETeBOM
MPOCTpaHCTBe (HarpuMep, Ha OHJIalH-(opyMax Bpaueli U MalieHTOB),
MaTh Takoro peGeHKa 3auacTyr0 BbI3bIBaeT HeraTHBHbIE KOHHOTALMH.
Ee U1eHTUYHOCTB OTpa’kaeTcsi B MeAUKaIM3UPOBaHHOM B3IVIsifie CKBO3b
MpY3My TIpecTyraHusi oOlIecTBeHHbIX KOHBeHLMM. OHa MOXeT BOC-
TIPUHUMATBCS B 3apsUKEHHOM eBreHUYeCKHM TIOCHIIOM 00111eCTBEHHOM
CO3HaHUM He TOJbKO KaK HapylIMTe/lbHULIA HOPM, HO U Kak TIpecTyTl-
HuLa. JKeHI[MHA, pelIMBIIascS Ha pOKIeHHe «ophaHHOTO» pebeHKa,
3a4aCTyI0 CTaHOBUTCS YKEPTBOUM HEITOHMIMAHHSI CO CTOPOHBI BpaueOHO-
O TIepcoHasia v OJTM3KUX U B 11e/I0M He COOTBETCTBYET COBPEMEHHOMY
3amnpocy OvoMenuLyHbI, (PakTUYecKd OTpHULiasi TIPOEKT TeHeTHueCKon
PEBOJIIOLIMH, HallpaB/IeHHOM Ha 3/TMMUHALIMIO MHBATUIHOCTH.

Pa3/uuHble COBEThI «CIACeHHsI», TIPeJIOKEHUsT POIUTD ellle Of-
HOro pe0OeHKa, 0CTaBUB «0p(aHHOTO» Ha TIOTleYeHH Bpauell U rocy-
[lapCTBa, CKPbIBAIOT MPaBO «CUJIBHOTO M 3[J0POBOTO», YTBEp Katollle-
T'0 CBOM TIpe/iCTaB/IeHNsI B HOPDMAaTHBHOM U aKCUOJIOTHYeCKOM TIOpsifiKe
COBpPEMEHHOW MeJuLMHbL. EBreHndYeckwid TOAXOZ, TOOLPSIOLIANA
JIMIITL POJTUTENBCKYIO 3a00TY O «CHUJBHBIX U 3[0POBBIX», HEPEIKO
TIPUKPBIBAETCS TEM 00CTOSATEILCTBOM, UTO Ha NMPAKTHKE MHOTHE PO-
[IUTeNIN He B COCTOSTHUM TIOJTHOCTBIO 00eCTIeUnTh YXOf, TaKUM JeTsM.

Yto kacaeTcs HuUIocoCKON COCTABMAIONIEH MOJOOHBIX OIEHOK,
TO OHA, KaK TPaBU/IO, (POKyCHpyeTcs Ha HEeOOXOAUMOCTH CO3HATellb-
HOTO BbIOOpa POAWTENSIMA UYepT KellaHHOTO pebeHKa, IpeAriosaraeT
(hopMHUpOBaHWe WHIWBU/IYaM3UPOBAHHOTO BapuaHTa COBPEMEHHOMW
yTormu. [Ipy 3TOM 3MMMUHALIMS TTOTeHIMaIbHO HeCOBEePIIIeHHOTO ue-
JIOBeKa 1 y/yulieHre BCero YesloBeyeCTBa SIB/SIOTCS IByMs CTODOHaMU
o01riero npotiecca — reHeTU3alK. 3a HEHO CTOSIT OTKa3 OT (aTaIiCTH-
YeCcKOTo BOCIIPUSTHS TeHeTHdecKol MH(OpMaLK, COL[aTbHbIN 3aKa3
Ha y/ydllleHHe Ye/lOBeYeCTBa 1 TIepexofi B OTHOIIEHUH JIeTCKOM TIomy-
JISLAH OT C/Ty4ast K BbIOOPY [1], TO eCTh K MCTIO/Ib30BaHMUIO 10 CTIKEHUI
OMOIOTUM ¥ MeJIVIIVHEI B 11eJIsIX TIJIAHUPOBaHMs pebeHKa, HaflelIeHHOTO
XapaKTepUCTUKAaMU, KOTOPbIe COOTBETCTBYIOT POAUTENBLCKUM TIPe/Tio-
yTeHUsiM. Pacimpsiroiiecsi BO3MOXKHOCTH PeJaKTHPOBaHMsSI reHOMa
ye/ioBeKa CTaBSIT BCe Ue/ioBeUecTBO Tepe]] (PaKTOM YCUIUBAOLUXCS
TeHJeHIMY OMOTeXHONIOrMUeckoro KOHCTPYUPOBAHUS YeloBeKa, B OC-
HOBe KOTOPOT'O BCer/a JieyKaT UHAWBH/ya/IbHbIe Y KOJUIeKTHBHBIE TIpe[-
CTaBJIeHUs1 O COBEpIIIeHHOM M HeCOBepIIIeHHOM UesloBeKe, COeHeH-
HbI€ C TEXHUUEeCKUMH BO3MOXXHOCTSIMYA OMOMeAWLIVHBIL.

CoBpemMeHHOe DPa3BUTHE TEHEeTHKH COMpPSDKEHO C HaHeCeHWeM
TICUXOJIOTUYECKUX TPAaBM, PACKPBITHEM HeOObIUalHO TPAaBMHUPYHOII[eH
vHpopMamu. VicTopusi pacrnpocTpaHeHHsi TeHeTHUeCKUX TeXHOO-
MM TaK WM WHaue TepernseTaeTcsl C UICTOPUEN AipaM U [OCTWKeHUN
yesioBeueCKOW TMUHOCTU. B CBS3U C 3TUM CyIIleCTBEeHHO BayKHBIM SIB-
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nsieTcs 1ofA00p MpaBUILHOM MOJe/U MoBe/ieHUs B ITpoLiecce reHeTH-
YeCcKOro KOHCY/IBTUPOBaHMsl. B uacTHOCTH, HEOOXOAMMO YUMUTHIBATh
0Cc00eHHOCTH MPOTeKaHHsI CUXOAMHAMUYe CKUX TTPOLIeCCOB BO BPeMsI
rosyyeHurst “HGOpMallMi 0 HaJIMUMK KaKoro-mbo reHeTuuecku oby-
CJIOB/IEHHOTO 3abosieBaHusl. Harmpumep, cemeiiHasi TICMXOJMHAMUKaA,
CBsI3aHHasi CO CTPECCOBOM peakijiedl Ha WHGPOPMAILMI0 O HaJUuWN
y pebeHKa BpPOX/JeHHOTO TeHeTHUeCKoro 3a00/ieBaHusl, CK/la/[bIBaeTCst
13 psifia 3TanoB: caaboro, hakKTUUeCKu HY/IeBOTO BOCTIPUSITHSI TeHeTH-
yeckou MH(opMaLK cpasy MocJjie ee Moy4YeHusi; OTPULIAHUS, BBITEC-
HeHUsl 3TOl MH(OpMallWy; IOSIBIE€HUs] arpecCcuy K Bpady; pasBUTUS
JIeTIPECCUBHBIX PeaklWii U B KOHEYHOM UTOTe «COLUa/IbHO-TICHXO0/I0-
TMUYEeCcKOM aflanTalyy CeMbU K TOpIo, KOTZa MOCTereHHO CTaHOBUTCS
BO3MOYKHBIM TIPUHSITHE KOHCTPYKTHUBHBIX pellieHui» [4, c. 164].

HemanoBakHyto posib B Ciydyae ¢ ophaHHBIMU 3a00/1€BaHUSIMU
HauMHaeT Wrparh LKM($POBOM KOHCAATUHT. [laljieHT U YjieHbI ero ce-
MbU obpatrjaroTcs 3a uH(opmalyeil B ceTeBoe IPOCTPaHCTBO, 0OHa-
PY’KrBasi UMEHHO TaM peJieBaHTHYIO [T HUX WH(OPMALUIO 10 TPo-
THO3MPOBAHUIO TeueHUs1 3aboseBaHus, OCOOEHHOCTSIM a/anTalu
K COL[Ma/TbHOM JKHU3HU.

M ecnu mipoLiecc reHeTH3alMK 3auacTyi0 MOYKET BbI3bIBaThb CTpa-
TU(YKALMIO MalMeHTOB B HETaTHBHOM CMBIC/Ie, TO CAMOOPTaHU3aLyst
MaLIeHTOB U WIEHOB UX ceMel, 00belMHeHre UX B TPYINIBI /15 OKa-
3aHMs COLMAIbHOM M TICUXOJIOTMYeCKOM MOMOIIY TIpeJiCTaB/sieT co0oi
TIpUMep TOJIKUTENbHBIX 3P QeKToB cTpaTthdrKayi. CTONKHYBLIVe-
Cs1 C pas3/IMUHOro pofia CTUrMarv3anyel, HeoMH(pOPMUPOBAHHOCTbIO
¥ oOliecTBeHHBIM Oe3pa3nuuveM (Kak C/ie[CTBUEM TeHeTH3alLuH),
«op¢aHHbIe» TIALMeHTH! U UX O/I3KKe PacrpoCTPaHSIOT HH(POPMALUI0
0 CBOMX WCTOpUSIX Oosie3Hell Ha WHTepHeT-(hopyMax, 0Opa3yrT OH-
JIadH-TPYTIITBI TTOA/IEP>KKY Y B3aUMOTIOMOLIU 1 KaK Obl CTAHOBSTCS usie-
HaMH OJTHOW KOMaH/Ibl, 00beJTHEeHHOM OOLIM OTILITOM, LIe/ISIMU U TI0-
HUMAaHHEM 3a/iay, CBSI3aHHOM OOIL[e} KO/VIEKTUBHOM UI€HTUUYHOCTBIO.

Takue rpaHy COLMATBHOTO B3aUMOJEMCTBHSI 10CTAaTOUHO YCTOU-
YMBBI Ha TIPOTSDKEHHH [ITUTE/IbHOTO BpeMeHH, OoJiee TOro — OHHM MO-
TYT CIIOCOOCTBOBATH (POPMUPOBAHKIO IIIUPOKOH COIUATBHOMN U ITOJTH-
THUUECKOW aKTMBHOCTH, HAllpaB/eHHOW Ha 3alllUTy TIpaB TAaleHTOB,
CTpajarox oppaHHBIMU 3a00/1eBaHUSMU. B 11€710M, OHM OTPa)KaroT
niporiecc hopMupoBaHus GeHoMeHa GUOCOIMATBHOCTH, PeUb O KOTO-
POM MOHZeT HIDKe.

CrpatudumKaumsa Kak oCHoBa 6MocoLmnasibHOCTU:
Ka3yc «op¢aHHbIX» MaLUeHTOB

Konnent «buoconuanbHOCTb» Tprobpen 0colOyio TOMy/isipHOCTD
B miocnefHee Aecstunetve. Ero mosiBlieHWe CBS3BIBAIOT C MUMEHEM
I1. PabuHoy [12], KOTOpBIi TIpe/icKa3as MosiB/ieHHe HOBBIX (hOPM KOJI-
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JIEKTUBHBIX W/IEHTUYHOCTEH W CTpaTUdUKalu obIlecTBa Ha OCHO-
BaHUM OMONOTHYeCKUX (TeHeTHUeCKuX) Tokasaresneidl. C TMOHATHEM
OMOCOLMATbHOCTH TeCHO CBSI3aHbI TIPE/ICTaB/IeHHsT O OMOIOTHUeCKOM
Y TeHeTUUYeCKOM T'DaKJaHCTBe, OTChLIAlOIINe «K MOHUMAaHUI0 OTHO-
IIeHUH MKy UHCTUTYTaMU BIaCTH U WHAWBUJIAMH, OTIUPAFOIUXCSI
Ha OTIpe/ie/ieHHe TOTO, UTO 3HAUMT OBITh TPayKIaHUHOM, B OHo/Iornye-
CKUX KaTeropusix» [2, c. 40—41].

Kak ormeuaer b.M. Accas/ib, «TeHeTUUeCKOe COCTOsSIHME 3aCTaB-
JISIeT TIOlyMaThb O HOBOM COLIMA/IbHOM OpraHu3ali BOKPYT 0Oose3HH,
CTpeMsiCb JIaTh el ompejienieHue, UAeHTU(UIIMPOBaTh ee, aTh eil Ko-
JIMYEeCTBEHHYIO XapaKTEPUCTHKY U, BO3MOXKHO, TIPEOTBPATHThL ee.
HauvHaeTcs mporiecc peopraHv3alyii, B KOTOPOM HeCKOJIBKO UHZVBU-
IYYMOB TIPH3HAIOT CBOIO TeHETUYECKYIO WIEHTUYHOCTh, yCTaHAB/THBA-
10T OTHOLLIEHUSI APYT C APYTOM U OPraHU3YIOT JAesITelTbHOCTh, CXOXKYHO
C JieATe/TbHOCTBIO CTPYKTYP, PYKOBOZJSILMX HCC/Ie0BAHUSMH B Cepe
[TUAarHOCTUKY U Tepariii — MOJIMTHYeCKUE BIAaCTH, — HO TPeCielytoT
ellje ¥ MPOMBIL/IeHHbIe ¥ KOMMepUecKre nHTepeck» [1, c. 211].

IMaupeHTsl, cTpazgaroiye opdaHHBEIMH 3a00IeBaHUSIMHU, BCE Uallje
BBICTYTIAIOT B KaueCTBe K/IaCCHYeCKOro TpyuMepa TIpy aHasmu3e GheHo-
MeHa OMOCOIMaNbHOCTU. Peub WET 0 CO3[aHWU TPYII TAlMeHTOB
¢ opdaHHBIMH 3a00IeBaHUSIMH 110 KOHKPETHBIM HO30JIOTHSIM WJTH T710-
0a/bHBIX 1IEHTPOB TIO/ZIEP>KKU TI0 BCeM ophaHHBIM 3a00J/IeBaHUSM, TO
€CTh HOBBIX KOJIJIEKTUBHBIX H/IEHTUYHOCTEH, HOBBIX ()OPM COLMA/Tb-
HOCTH, T/ie JIIOAX COMKAIOTCS U 00beUHSIOTCS b1aroapst CBOeMy
OTIBITY >KWU3HHU 1 O0pBOBI € 3a00/1€BaHMEM, BBI3BAHHBIM OTIpe/[e/IeHHbI-
MU reHeTHue CKUMU MyTalusiMu. [1pu 3Tom cam criocob obbequHeHwus,
Kak TpaBU/I0, CTAHOBUTCSI BO3MOKHBIM He TOJIbKO B CBSI3U C OTKPbI-
THUSIMU B 0071aCTH OMOMEIUIUHBI, TIO3BOJISFOIIME TTPOBECTH AHATIN3
reHOMa uesioBeKa, HO U B CBSI3U C pa3BUTHEM LM(POBBIX TEXHOIOTHH,
JIAIOIMX BO3MOYXHOCTb OCYILL[ECTBUTH MOMEHTA/bHBIN MOWCK TaKUX
MAIMeHTOB 10 BCeMY MUPY U 00ITaThCsI C HUMHU B JTF0O60e BpeMst Mpak-
THUYEeCKH B JIF000H TouKe 3eMHOTO 11apa. Kpome Toro, 6rocornuanbHble
coob1ecTBa 3a4acTyto GOpMUPYIOTCS Ha OCHOBE SIPKO BBIDa)KEHHOTO
vWHTepeca (hapMarieBTUUeCKUX KOMITAaHWH, 3auacTyr0 BBICTYIIAFOIINX
VHULIAaTOpaM# pa3paboTKU JIeKapCTBEHHBIX CPEJCTB /ISl PA3/TUUHBIX
rpynn «opaHHBIX» MALMEeHTOB M YCTPauBaIOLMX pa3/MdHbIe Mepo-
TIPUSATHS, TIOCBAITIEHHBIE Op(aHHBIM O0Te3HSIM.

B 37Ol CBSI3M ciiefyeT oOpaTUTh BHUMaHUE HA €BPOMEMCKHMA
OTTBIT TIOMOLIA OOMbHBIM, CTPAZIAOIIUM peJKUMH 3ab0sieBaHHUSIMH.
Hawubornee rokasaresieH 37iech NMpUMep JlesiTeTbHOCTH EBporieiickoi
opranu3auuu 1o pegkum 3abosneBanussM — EURORDIS (European
Organisation for Rare Diseases) [6]. 3To HeTlpaBUTeIbLCTBEHHAST Op-
raHW3alysl, yrpasseMas MarjieHTaMy U JTF0fIbMHU, aKTUBHO paboTaro-
ummMy B EBpome B obnacty opdaHHbIX Oome3neidi. OHa BKJIIOUAeT
30 miH uesioBek — Hocutenel 6osee 4000 pa3TUUHBIX PEKUX 3a-
6oneannii. Muccuss EURORDIS cBsi3aHa C 3alydTOl TpaB TaljieH-
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TOB U UJIEHOB MX CeMel, C oTcTauBaHueM (yHZaMeHTaIbHOro rpasa
Ha 3[0pOBbe. B 3TOM 1 COCTOUT Kpe/io OpraHu3aliiu: royioc rarnyeHTa
nomkeH ObITh yoibiiad. EURORDIS cTpemMuTcst ajanTHpOBaTh MO-
[le/Id 37]paBOOXPAaHeHMs U COLMA/IbHBIX YCIYT [Jisl HYXKJ, NaleHTOB
C peIKUMH 0OJIe3HSIMHU.

HesarenmpHocte EURORDIS HanpasiieHa Ha co3panue LleHTpoB
skcrieptu3sl U OOueeBporieiickoii pedepenTHoi cetn (European
Reference Networks), bhopmrpoBaHue 06a3 JaHHBIX U peECTPOB TIaly-
eHTOB C opdaHHbIMU 3abomeBaHUsIMUA. OpraHU3aLys TaKKe MoAgep-
JKUBAeT [1POrpaMMbl I'eHeTHYeCKOr0 TeCTUPOBaHUsI ¥ MeZIUKO-TeHeTH-
YeCcKOro KOHCY/bTHPOBAHMS, HEOHATaIbHOTO CKPWHHWHTA, OKa3biBaeT
TICUX0JIOTUYUECKYIO MOA/IePKKY CBOMM Y/leHaM.

BuocormanbHele rpymbl, 00beiHEHHbIE 110 TIPU3HAKY Ha/TMUMS
opdaHHBIX O0/e3HeH, TakKe OTCTaUBAIOT MOUTHKY B 00/1aCTH 34pa-
BOOXPaHEeHWsI, HarleJIeHHYI0 Ha (hOpMHpPOBaHHe I7I00abHBIX Me)KHa-
LJMOHAJIbHBIX ITpOrpamMm B 00s1acTé pa3paboTKy JieKapCTBEHHBIX T1pe-
napatoB. [Ipouecc co3nanusi «opaHHOTO» JIeKapCTBa OKAa3bIBAeTCS
3a4acTyr0 HAaCTOJIbKO BBICOKO3aTPATHLIM M He MPOrHO3UPYIOLIUM I10-
nydeHye pUObUTH, UTO TpebyeTcsl CyljeCcTBeHHas! roCy/japCTBeHHast
nofi/iep)kKKka Ui o0befviHeHWe (PUHAHCOBBIX M TIPOM3BO/ICTBEHHBIX
ycwmmii papmruradToB. Tak, MpUMepoM CO3/aHus TJI00aTbHBIX MEXK-
HallMOHA/IbHBIX TIpOorpaMM B 007acTU pa3paboTKU J1eKapCTBEHHBIX
niperaparoB siBisietcsi [IporpaMma McCiejoBaHUs TPOMUUECKUX 0o-
ne3Hel [13], B paMKax KOTOpPOWl CeMb MY/IbTHHALIMOHABHBIX (hapMa-
L|eBTHUECKUX KOMITaHUH HeCyT KpyTHble (prHaHCOBbIe 00si3aTe/ibCTBa
1o pa3paboTke Takux rperaparoB. Kpome Toro, HeMasioBa)KHYO pOb
WTpal0T MHULMATHUBBI 110 (YOPMUPOBAHUIO COOTBETCTBYIOLET0 HOPMa-
THUBHO-TIPABOBOTO TI0JIs, CO3/IAHMIO CTpaTeryii eliCTBUH, Hal[MOHA b~
HBIX TIPOTPaMM, TPABOBBIX AKTOB, HAlpaBleHHBIX Ha 3allUTy JIWL]
¢ opaHHBIMH 3a00€BaHUSIMHU.

dopMupoBaHMe CaMOOPraHU3YIOLMXCS CTPYKTYp IalleHTOB,
01O COLMaTBHBIX TPYIIT, OCHOBAHHBIX T10 TIPHU3HAKY HAa/TWUKs TOU UK
WHOM opaHHOM HO30/I0THH, TaKXKe CTAHOBUTCST XapaKTepPHOU 4epToiu
poccwuiickoro obiiectsa. B Hosibpe 2011 roza B Poccun Ob11a co3saHa
Bcepoccuiickasi opraHu3alys NalyeHToB ¢ opQaHHbIMU 3a00/1eBaHu-
sIMH, HarpaB/ieHHass Ha 0Opa30oBaHWe eJMHOW CHCTeMbI TOAEeP>KKU
MalMeHToB C pefkuMy 3aboneBaHusivd. Kpome Toro, B rocienHue
TO/IbI TTOSIBJISTFOTCSI MHOTOUMC/IeHHBIe (DOH/IBI, CT/IAYMBAOILIMe JTFOJ el
C KOHKPeTHBIMH Op(aHHBIMH HO30JI0TUSIMH, HAallpuMep MYKOBUCLHU-
[1030M U (peHMIKeTOHYpUell. [losBsieTcs: muTepaTypa, 03BOJISIOLLAst
YBUIETb MHp MaljeHTa C peAkuMu Oose3HsmMyd. OHa CTaHOBUTCS
OeCrieHHBIM TOZICTIOPBEM He TOJIBKO [IJIs TIAL[IeHTOB, HO U /IS CAaMUX
Bpauei, UMerIUX HUUTOXKHO MaJsIblii OTBIT COMPUKOCHOBEHUSI C TOU
Wi MHOM opdaHHON Ho30/0THel. B 3TOM OTHOLIEHUH ciieflyeT 00-
paTuTh BHMMaHWe Ha BbileAmyto B 2013 roay kuury I'. MockoBLeBa
«51 mpity, v MyKOBUCIH/I03 U3HYTPHW» (PeLieH3usI Ha KHUTY Oblia
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ony6/1KoBaHa B XypHase «YenoBek» [cMm.: 3]). [anHas pabota mo-
3Bo/IU/Ia 000OIIUTEL OMBIT OOPLOBI C 00JIE3HBIO CAMOT'0 aBTOpPa, CTpa-
JTAIOITero TsoKeJIon (opMol MyKOBHUCIM/I03a. [lesTeTbHOCTh aBTOpa
MHOTOTPaHHA: OH He TOJIBKO BBICTYIIAeT B POJIM THCaTesis, HO U Tpo-
BOJIUT OHJIAMH-KOHCY/IBTAIUK JIJISl TIALMEHTOB C opdaHHbIMU 3aboite-
BaHMSIMH, [Ie/IUTCS 3KCIepTHOM uH(popmanuei Ha KaHazne YouTube
¥ B L]€JIOM [IeMOHCTPUPYeT aKTUBHYIO )KU3HEHHYIO TT03ULIKIO.

ITpuBeeHHBIM MPUMep TMOKa3aTesieH /il ApTUKY/ISLAN BayKHEH-
IIer0 3TUUECKOTO MPUHIUTIA, OTIPe/e/ISTFOIero CTPATeryio JelCTBU
B 00s1acTH 37[paBOOXpaHeHMsi U OJHOBPEMEHHO BbI3bIBAOLIEro Tpo-
1ecc GopMUpoOBaHUsS OUOCOLIMAIBHBIX CTPYKTYP. Peub WeT o TpHH-
L[1Ie KOHBepreHLW: ycuiuidi. Ha MUKpOYpOBHe COIMaibHBIX B3aUMO-
JefiCTBUM BayKHEMIIIMM 0CHOBaHUEM peajir3aliiM JaHHOTO TIPUHLIKTIA
CTaHOBSITCS pa3/inuHble (POPMbI CAMOOPTaHU3ALUH TIALUEHTOB.

CamoopraHu3aiysi TagueHToB ¢ opdaHHBIMK 3ab0/1eBaHUAMA
B 1]e/isiX 0OMeHa WH(OopMaIeli CTaHOBUTCS KaK BayKHEHIM (hakKTo-
POM B3aUMOTIOZIEP)KKH, TaK M OCHOBAHUEM 1151 JOPMUPOBAHUS HAyY-
HoM 0a3bl 3HaHMI. HanpumMep, nH(OpMAaLys 0 CTPAIIHOM TalujOMuU/I-
HOU Tpare/iy He Oblia ObI MTOTHOM, eC/ii ObI He TOSIBJISTACH TIPOEKTHI,
nozo6Hble II1BenckoMy WM BpUTaHCKOMY Ta/MIOMUIHBIM LIEHTpaM,
Y He ObUIO ObI CaMMX TMAIMeHTOB-HOCUTeNel reHeTHUeCKUX MyTaLHH,
TOTOBBIX IPOJBUTaTh MOA00HbBIe MHULIMATHBEL. Tak, qupekTopoM IIBes-
CKOTO Ta/MUJOMUIHOTO LieHTpa cran b. XokaHCCOH — »KepTBa Tanuzo-
MU/IHOM Tpareuu (y Hero AMarHoCTUpPOBaHa Aucmenusi). B mocnenxue
rofibl XoKaHCCOH pabotaet Haf npoektoM «Edric», npezicTaBstonmm
coboii 00IMpHYI0 MH(POPMAIIMOHHYI0 0a3y 1o rpobiemMe AWCMETHH,
Y aKTHBHO COTPYAHWYAEeT C BpUTaHCKUM TamuIOMUHBIM LIEHTPOM.

[TpuHLMIT KOHBEpPreHLUM YCU/IWM 3aTparvBaeT pas/dyHble TI0-
TpeOHOCTH TIALMEHTOB C peJKUMHU 3aboieBaHusMU. Peub uzeT o He-
pelIeHHbIX TpobieMax, C KOTOPBIMU CTalKUBAIOTCS TIAL[UEHTHI BCETO
mupa. Bo-repBeix, MMeeTcs B BU/ly CBOeBpeMeHHasi [JUarHoCTHKa Op-
(haHHBbIX 3a00MeBaHM, UTO TIpeAro/araeT pa3BUTHE COOTBETCTBYIO-
11eit 6a3bl 3HAHUIA U OCBOEHHME CTIeL[aIbHBIX MEeTO/[0B MCC/Ie/|OBaHKS,
(bopMupoBaHUe CHCTeMbI Ka/JpOB U 00ecrieyeHre JOCTYITHOCTH reHe-
THUECKUX UCC/IeZJ0BaHUM.

Bo-BTOpBIX, HEMAJIOBa)KHBIM SIB/ISIETCsI (PMHAHCOBOe obecrieue-
HHUe JMarHOCTUKU M jiedeHUs opdaHHbIX 3aboneBanuii. C mocnes-
HUM TeCHO CBsi3aHa rpobsieMa pa3paboTKu «op(aHHBIX» MpernapaToB.
Kak mpaBuio, apmaiieBTHUeCKHe KOMIIAHUM CIeLMaTU3UPYIOTCS Ha
TIPOM3BO/ICTBE JIEKAPCTB /I He-peAKUx 3aboseBaHuil. OTYacTH 3TO
00BSICHSIETCS CJIOKHOCTHIO HA00Pa MaLMeHTOB, CTPaAt0IIX TOM UIH
VHOM HO30JI0THEH, C 11e/TbI0 yUaCTHs B K/TMHUUe CKUX MCITBITAHUSX, Oe3
KOTOPBIX HEBO3MO)KEH BBIXOJ| JIEKapCTB Ha PHIHOK. HeMasoBa)KHBIM
(haKTOpPOM SIBISIETCSI U TO, UTO CaMU 3aTpaThl Ha TIPOU3BOACTBO Jie-
KapCTB HaMHOTO BbIIe, YeM Ha 0ObIUHBIE He-Op(aHHbIe JIeKapCTBeH-
Hble Tperaparhbl, ¥ TepareBTuueckuil 3 QexT He BCer/ia nmpefcKasyeM.
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B-TpeThHX, CyljecTByeT TOT JIOKYC 1pobeMm, rje MPUHLMIT KOH-
BepreHLUM yCUIni BocTpeboBaH ocobeHHO ocTpo. Bo Bcem Mupe Bce
Oosiblllee BHUMaHWe YeNsIeTCs MeUaTpUUIecKoMy cpe3y MpoOsieMsl
opdaHHBIX 3a00eBaHM, TOCKOIBKY X JTUArHOCTHKA B 2/3 Ciiy4yaeB
MIPOMCXOJUT B PaHHEM JIeTCKOM BO3pacTe U 3a4acTyto NIPUBOJMNT K Jie-
TanbHOMY rcxopy. [Iporecc nHGOpMHUPOBaHKS O pe3y/ibTaTax AUarHo-
CTUKU BCeryja upe3BblUaifHO CJIOKEH, COTPSUKEH C MO0TeHLUaabHbIMU
TpaBMUPYIOLMMHU 3 dekTamu. B CBS3M € 3TUM aKTyanbHOW 3a/jaueit
CTaHOBSITCSI BEIPAOOTKa (hopM 0OIIeHHUs C POAUTE/SIMU U e ThMH-TIa-
LMeHTaMH, pPa3BUTHE HaBBbIKOB I1POBE/IeHUs] «TPYHbIX Pa3rOBOPOB»,
KOMMYHUKAaTHUBHBIX CTaHAAPTOB B 00/1aCTH MeJULIMHBI U TTOUCK CIT0-
coboB uHopmupoBaHus 0bITiecTBa 06 OpdhaHHBIX 3a00/EBaHUSIX.

YTUANTapUCTCKUIA M NPaBOBOM NOAXOAbI
K npobaeme opdaHHbIX 3ab6oneBaHnM

OrnucaHHbIM BbIIlIe 5TUYeCKUI TIOAX0]], CBS3aHHbIA C KOHBEpPreHLen
yCW/IWH, TIpeficTaB/isieT OfHY M3 CTpaTeruii pelieHus npobiemsl op-
(haHHbIX 3a001eBaHMiA. BMecTe C TeM BO BceM MUpe aKTHBHO pa3BHBa-
IOTCS M IpyTHe STUuecKue opreHTanuu. KpaTko paccMOTpuM yTHIH-
TapUCTCKUNA U TIPABOBOM TIOZIXO/[bI K PEeIIeHH0 TIPo0/ieMbl Op(aHHBIX
3aboneBanuii. Ka>kapiii M3 HUX COTPSDKEH C Orpejie/ieHHbIM TOHUMa-
HUeM Tpoliecca pacrpe/esieHHs PeCypCcoB B 37[paBOOXPaHEHHH.

B ocHOBe yTUAMTAPUCTCKOM 3TUUECKOW OpHUEHTAlUM JIeXKUT
TIPUHLUIT MaKCUMM3aLuK o61jero 6nara. [Tog mocieqHum rofjpasyme-
BaeTCsl IPYHEeCeHe MaKCUMa/IbHOM MO0JIb3bI [J151 34,0POBbs MaljeHTa.
[TonsiTHe MaKCUMabHOM MO/b3bl B COBPEMEHHOM Hay4HOM JTuTepary-
pe He/I0CTaTOUYHO PACKPBITO U, KaK MPAaBU/IO, YUMTHIBAET TaKkue Tapa-
MeTPhbI, KaK MMPOZ0/DKATENEHOCTE M KaUeCTBO JKM3HU MalleHTa. YKa-
3aHHbIe XapaKTePUCTHUKHU B CBOIO 0UYepeZib COOTHOCSTCS C 1pobieMoit
pacripeziesieHus peCypcoB.

Pecypchl, cornacHo JaHHOW MOJEJTH, paclipefiesisiioTCsl TIPOTop-
LJMOHA/IbHO Hy)KZaM (roTpebHOCTAM) manpeHTa. OHaKo 3a4acTyio
HY)KZIbI CBSI3aHBbI CO CIIOCOOHOCTBIO BBIMTPAThH OT JieueHWs, B Hjea-
e — obpecty TpyA0CnocobHOCTh. OUeBUIHO, UTO J/IsI MAIl[UEHTOB
¢ opdanHbiMU 3aboneBaHUsMU 0OpeTeHUEe TPYAOCITOCOOHOCTH, 3a
pPeJKUM UMCKJTFOUeHreM, HeBO3MOXKHO M3-3a OrpaHUUYeHHBIX BO3MOXK-
HOCTEH Tepamnuy JIaHHbIX 3a00/ieBaHU. B 9TOM CBSI3U B OTHOIIEHUM
«0op(aHHbIX» TALMEHTOB MaKCUMH3aLsi 10/b3bl U COOTBETCTBEHHO
pacripefiesieHde PecypcoB C Liebi0 00peTeHusi TPYAOCIOCOOHOCTH
OKa3bIBalOTCSl HEZI0 CTaTOYHBIMHU.

Kpome Toro, B paMKax yTUIMTapUCTCKOro Mozaxoza (GpopMupy-
IOTCSI 9TUUeCKH amOuBasieHTHbIe CY)K[eHHsI 0 HeoOXOJUMOCTH BbI-
JenieHusi 00I[eCTBEHHBIX CPe/ICTB Ha TOKPHITHE jiedeHHst op(aHHBIX
MaleHToB. B 0CHOBY yTWU/IMTapUCTCKON 3TUKU 3a/I0)KeHO CTpemJie-
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HUe TIPUHEeCT HanbosibItiee 6s1aro HanbOobIIeMy KOJTMUEeCTBY JTHofiel.
PyKOBOACTBYSICb 3TOM JIOTMKOW, TIPUBEP)KEHL[bl YTHUIWTAPUCTCKON
JIOKTPUHBI MOT'YT PacCy»/|aTb O TOM, YTO BbICOKast CTOMMOCTb OpdaH-
HBIX TIperaparoB, TOKphIBaeMasi 3a CUeT CPe/ICTB FOCYAapCTBa, MOXKeT
MO/IBepraTh AMCKPUMUHALIMY JTIOfieH, CTPa/IaloliuX OT WHBIX 3aboe-
BaHui [7]. B yc/ioBUSIX HEOZHOPOAHOTO pacripeesieHusi PUHaHCOBBIX
PecypcoB U UX OCTPOI HEXBaTK{ BOMPOC 0becrieueHsl CripaBe/|iiBo-
CTU B MeJULIMHEe CTaHOBUTCS BCe Oosiee aKTyasbHbBIM.

[NapaniensHo C yTUAWTApPUCTCKUM Pa3BUBAIOTCS M JPyTHe TOA-
XOAbl K aHanu3y rpobriembl opdaHHbIX 3abosieBaHuil. OHU TaKKe
OKa3bIBalOTCsl ysi3BUMBbIMU. Hampumep, B paMKax Z0CTaTOYHO TIOMY-
JISIPHOTO TIPaBOBOTO MOJX0AA JIEXKUT yH/aMeHTabHast ujiesi 1pas ue-
JI0BeKa 1 rpo06sieMaTH3UpyeTCs MPaBo MalldeHTa Ha 0XpaHy 37,0pOBbSI.
OHO MOXeT TPaKTOBaTbCsl JOCTAaTOYHO IIHMPOKO, W TOT/|Aa Peub WZeT
0 TpaBe Ha JOCTONMHBIN MUHUMYM MeAULIMHCKOM TTOMOILU, MOJ, KOTO-
PBbIM TOZIpa3yMeBaeTCsl I0CTYIT K He0OX0AUMBIM MeJULIMHCKUM YCITy-
raM He3aBUCUMO OT TiiarexxecrocobHoctu. OnHako Oosee y3Kasi ero
TPaKTOBKa MMeeT OTKDBITBIA MaciiTab WHTepIpeTaliy, Harpyumep
TOT, UTO CBsI3aH C TIpaBOM Ha BbIOOp JsieueHusi. [JaHHBIN BUJ, ITpaBa OT-
HIOZIb He TIPeATo/araeT, YTo roCy/lapCTBO Oy[ieT OruiaunBaTrh pe3ysib-
Tar 3TOro BbibOpa. PaKTHUECKH peub HeT 00 OueHb OrpaHUUeHHOM
Beepe BO3MOKHOCTeH, 3aBUCSIIeM OT (PMHAHCOBBIX TOKa3aTesiei.

ITpou3Bo/bHAs TPAKTOBKA IPABa Ha OXPaHy 3[j0POBbSI MOXKET 3BY-
YaTh CJIe/[yIOKM 00pa3oM: roCyZjapCTBeHHbIe ITPOTrpaMMbI BCeooirie-
TO 3/paBOOXPaHEHHs] HapylIaloT 1paBa YaCTHBIX COOCTBEHHUKOB —
HaJIOTOT/IaTe/bIUKOB, CPeJCTBa KOTOPBIX TlepepacripeesstoTCs
roCyAapcTBOM 0e3 yueTa X MHEHUSsI, UTO SIBISIETCS PA3HOBHUHOCTBIO
CoLManbHON HecrpaBeiIMBOCTH. [lof06HBIe MHPOBO33peHuecKHe
TPAKTOBKH CTAHOBSITCSI CEP>KUBAIOIIMM (DaKTOPOM B pa3BUTHHU [iva-
THOCTHUKH U JiedeHUs OpaHHbIX Oome3He.

k X %k

ITpobnemMy opdaHHBIX 3a007€BaHUN MOXKHO CUMTATh Tapafivr-
MaJIbHOM [|J/1s1 aHa/M3a COBOKYITHOCTH (DeHOMEHOB, XapaKTepH3YHOIIUX
COBPEMEHHOE COCTOsIHHE OMOMEAULIMHCKOTO 3HaHus. [laHHas rpobiie-
Ma TeMaTH3UpyeT OOIIKMPHBINA KPYT BOMPOCOB, CBSI3aHHBIX C obecrieue-
HHEM CIIPaBe/TUBOTO PacIipe/ie/ieHust PeCypCOB B Me/JULIMHE, OTChLTaeT
K PaCCMOTPEHHIO TaKMX YK€ YCTOSIBILIMXCS TPEH/IOB, KaK reHeTHU3alust
Y pa3BUTHE BO3MOKHOCTel CaMOOpraH13alliy MaleHToB (04aros 61o-
COLIMAILHOCTH), a TaK)Ke 3aCTaB/IsieT OLIeHUBaTh CyIL|eCTBYIOLIEe HOp-
MaTHBHbIE TIO/IXO/IbI TIPY aHA/TM3€ YaCTHBIX MPO6/IeM 3[paBOOXPaHEeHHSI.

dopMrpoBaH¥e MpezCTaBieHHi 00 opdaHHBIX 3a00/TeBaHHSIX MOKHO
paccMarpyrBaTh Kak TpUMep SMHCTEMOIOrMUeCKOro, aHTPOIIOIOrHueCcko-
0 U 9THUKO-COLMA/ILHOTO CABUTOB B PA3BUTHN COBPEMEHHOM MeUIIMHBL.
Haxkoriienue 3HaHui 06 opaHHbIX 60/e3HSIX HEBO3MOXKHO 03 aKTHBHO-
T0 yJacTusi Kak SKCIIePTHOr0, Tak W MpodaHHOro (MaryeHTCKoro) coob-
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mectBa. PakTryecky peub WzeT 00 obpa3oBaHuM (heHOMEeHa Tpak/aH-
CKOM HayK{, B paMKax KOTOPOM pa3pab0TKa M KJIMHWYeCKHe WCTIbITaHHs
JIeKapCTBEHHBIX CPE/CTB, Co3/laHre OMOOAHKOB M TIOMCK HeoOXOAMMOro
(rHaHCOBOTO 0OeCIieueHHsi OCYIIeCTBISFOTCS Oarozapsi Orpe/iesToLIe
pony camux «0p¢haHHbIX» TALMEHTOB M OPraHU3aLMH, TIPeACTaBISFOLLX
ux vHTepecsl. Kak cripaBeymBo 3aMmeuaeT b. Accasb, «II0CTereHHo pas-
JTBUHY/TUCh PAMKH, BHYTPH KOTOPBIX TOSIB/ISUTACH U NCY€3a/T aCCOITALN
0O/TLHBIX M WIeHOB WX ceMell. Kora-To oHM 00pa30BbIBA/IMCH T/IABHBIM
00pa3oM BOKPYT' TakuX Ipo0sieM, Kak Ipu3HaHue 0ose3HH, TpeboBaHue
COLMa/TbHOM 3allUThI, TIPOBE/IEHHE aKILIMi B3aMMOTIOMOLLIH, a B TOC/IeHHE
JIeCSITU/IeTHsI OHU TIePEMECTH/IMCE B CTOPOHY (PMHAHCMPOBAaHMSI, HarpaB-
JIEHUS1 ¥ OpTaHu3aly UcciejoBanmia» [1, c. 211-212].

XOopoIiM TTPUMEPOM TaKOTO IMHUCTEMOJIOTHUECKOTO C/IBUTA $IB-
JISIeTCSl OTKPBITHE TeHa, BBI3bIBAIOIIEro pefkyro 0Oome3nb KIH3BIH.
OTkpbITHEe TIpoM30ILI0 Osarofapsi CyleCTBEHHOMY BKiazy Ame-
PUKaHCKOHM accoupaiu 6osie3Hr K9H3BIH MPU TOAAEP)KKe yUeHbIX
Yaueepcuteta Matiamu [Tam xe].

CamoopraHu3alys TalyeHToB, TMOsBIeHHe acCOLUaLUid 00Jb-
HBIX, CTPA/IAOIIMX OpP(aHHBIMU 3a007€BaHUSMM, OKA3bIBAIOT BJIUS-
HUe Ha TpaHchopMalvio cTpaTervii OMoNoMUTUKU. TlocienHss BbI-
HY)K/IEHa CUMTaThCs C aKTUBHOCTBIO TIALIMEHTa, CO CIIOCOOHOCTHIO
MoOUIM3aIMK ¥ ¢ TpebOBaHWeM KOHKPETHBIX MOJIUTHUECKUX I1aroB
B OTHOIIIEHWUH 3all[UThI TPAB MaljMeHTa, C OCYIIeCTB/IsIEMbIM UM KOH-
TPOJIeM TMPOBO/IMMBIX HAayUHbBIX CCIIe/[OBAaHUH.

TTaleHTbI-HOCUTETH OP(AHHBIX 3a00/1eBAHHI HHULUUPYIOT HOBBIA
TPOLeCC CaMOOTIpe/ie/IeHs, B OCHOBE KOTOPOTO JIEXXaT OMOIorHyecKre
(reHeTHYECKHME) XapPaKTEPUCTUKK JTMUYHOCTH. POPMUDYETCs TIperiefieHT
HOBOM aHTPOTIO/IOTMUeCKOM peasibHOCTH, (DyH/IUPOBAaHHOW 3HAHHEM OHO-
MeJIMLIMHBI, C OJHOM CTOPOHBI, Y TPOLIECCOM NPUCBOEHHs] HOBOUM OHO-
W/IeHTUYHOCTU — C fipyroi. Camoorpe/iesieHye MarieHTa Hepa3pbIBHO
CBS13aHO C TIPOIIECCOM OpPTaHU3alliK Pa3/IMUHBIX OOITIeCTBEHHBIX K/lacTe-
POB: accoruariuii, hoH/I0B, COO0ITIeCTB, — 0ObeJUHEHHBIX TeMO O0pb-
ObI ¢ opthaHHBIMH 3a00/1EBAHUSIMU M UX TTPO(QMIAKTHKH.

Oco0yto aKkTyanbHOCTS [ijisl peliieHus pobieM opdaHHbIX 3a00-
JIeBaHUH MMeeT 3TUUeCKHUH TIPUHIUI KOHBePreHI|U yCuiuid. OH BbI-
3bIBaeT 0COOBIN Pe30HaHC U MOC/IeJCTBUS KaK B OTHOLIeHUH (hopmu-
POBaHMS HAYUHOTO 3HAHMS, TAK U KOHKPETHBIX MMOJUTHUYECKUX [11aroB
1O 3alllUTe TPaB MareHTOB C ophaHHLIMK 3a00/IeBaHUSIMH. DTHUe-
CKUWH MTPUHIMIT KOHBEPTeHIMU YCUIWH Mpe/iTioiaraeT caeyollee:

* MH(OPMALIMOHHYO MO/IAEP)KKY Mal[HeHTOB U WX ceMel, oOMeH
0a3amu JaHHBIX O Te€X WM WHBIX 3ab0/ieBaHUsIX, cOOpaHre (pOpyMOB
[U1s1 00LIeHUsT Bpauell U Tal[eHTOB, CO3JiaHue Mozesell MHHOPMHUPO-
BaHUs 00 opdaHHBIX 3a00/IeBaHUSIX, OCHOBAaHHBIX He Ha aHaJIM3e CTa-
TUCTUYECKUX JIJAaHHBIX, @ HA UHIUBHU/YaTbHBIX OTIUUUSAX TTPOTEKAHUS
0osie3HH, aHaM3e MIeEPCOHATBLHOTO OITbITA XKU3HH C 3a00/IeBaHKEM,;
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* CO3/laHUe Pa3BeTB/IEHHOW CeTH 6/1aroTBOPUTETHLHBIX OpraHu3a-
1WA, 3aHUMAFOIIUXCST COOPOM CpeZicTB /iisi 0becriedeHusT Tal[eHTOB
JKU3HEHHO He0OXOJUMbIMU JIeKaPCTBEHHBIMU CpPe/ICTBAMU;

* QopmupoBaHue 0OATBbHBIX MeXHALMOHA/IBHBIX TMPOrpaMM
B 00/1acTH pa3pabOTKY JIeKapCTBEHHBIX TIPerapaTos;

* CaMOOpraHU3aIMIOo TIAlVEHTOB;

* TIPOAKTHUBHYIO MHTETPALIUI0 FeHeTHUeCKUX TEeXHOJIOTHH B CH-
CTeMy 37IpaBOOXPaHeHUs C 1eJIbI0 CBOEBPEMEHHOW /[MarHOCTHUKH Op-
(haHHBIX 3ab0s1eBaHU 1 BBIOOPA TAaKTHUKH JIEUEHMUST;

* a”Hasm3 npobseMaTVku opdaHHBIX 3a007eBaHUN He TOJBKO
B PaMKax MeJULIMHCKON MOJeJTi 3[J0POBbsl M MHBATUIHOCTH, HO U CO-
LIMaIbHOM MO/ie/y;

* BHE/IpEHME WHK/TFO3UBHOTO IMOJIX0/Ia, HAMpPaBIEHHOTO Ha TIPH-
3HaHWe JIMYHOCTH TIallMeHTa.

ObecrneunBaroltiast IPUHIAT KOHBEPTeHTHOCTH YCUJIMHN UHTerpa-
THUBHAas KOMITIOHEHTa Tpe/irio/iaraeT TeCHOe B3auMO/IeCTBIe TOCyAap-
CTBa, Ou3Heca M 001[eCTBa Ha Pa3HBIX YPOBHSIX IMOMOIIY TMallieHTaM
U SIBJISIETCSl HeOOXOIMMBIM YC/IOBHEM 3aIlMThI UX mpaB. Kpome Toro,
KOHBEpIeHI[Usl YCUUK HeBO3MOXKHa 0e3 1jesieHarpaBIeHHoN uHbop-
MaIMOHHOU Toziiep>kk. OHa /10/bKHA OBITE 0OpalljeHa Tpesk/ie BCero
Ha yCTpaHeHHWe SITPOreHHOT0 BO3AEHCTBUS JUarHOCTHUeCKOM uH(op-
Mallvy Ha TPYIITbI JIFOflel, HaXOASAIIUXCsl B 30He TeHeTUYeCKOro pH-
cka. Ocy1ecTBiIeHre JaHHO! 1[eJTd HeBO3MOXKHO 0e3 HeTlpephIBHOTO
TIOBBIIIIEHHsT OMOMEUIIMHCKON «PAMOTHOCTH» HAaCejIeHHst U 00I1iero
YPOBHsI OM03THYECKOT0 00pa30BaHMsl, HAMTPAB/IEHHOTO HAa UMIT/IEMEeH-
TalMI0 B OOI[eCTBEHHOE CO3HAHWE W TPABOBYIO Chepy BaKHEHIINX
3TUYeCKUX TIPUHLIMTIOB — COXPAHEHUsI UesIoBeYeCcKOro I0CTOMHCTRA,
aBTOHOMMM, HEHaHeCeHUsI BpeJia, CTIPaBe/TuBOCTH.

C Japyro#l CTOpPOHBI, KOHBepPreHIMsl yCUIUW TIalMeHTCKOro Co-
o0111eCTBa KOPPEJUPYeT C YCUIMBAIOLIEHCA MHTEerpalyel HayyHoro
Co00I1IeCTBa, OCYIIECTBIIAIOIIEr0 MOC/Ie0BaTe/IbHbIe 1ary o hop-
MHUPOBAaHUIO MEIUIMHCKON TIOMUTHKU TI0 TUMHHAIUA PeKUX 3a-
6oneBanuii. Ee dhopma dukcupyer orpefiesieHHbIN 3THYeCKUAN CIBUT
B Pa3BUTUM COBDEMEHHOW MeIWIMHBI. B KOHTeKCTe pa3BUTHSI TeH-
JeHI[MM TeHeTH3aluu 1 0ojiee TOUHBIX 3HAHWKA O MPOTEKAHUM TeX
WA WHBIX PeJKUX HO30JI0TMH HayuHOoe CooO0IecTBo GepeT Ha cebs
HOPMAaTHBHYIO (DYHKIUIO, CO3/laBasi MpeLieIeHT HaroJHEeHUS! HOBBIM
cofiep>kaHreM M (haKTUUeCKOW TpaHC(hOpMarii COBPEMEHHOU Ouo-
MOJIMTUKK — OT KOHTPOJISt HaJ| (heHOMEeHaMHU >KU3HU K TeHeTUYeCKOU
NIPOQU/IAKTHKE, 3a4aCTyIO0 BBITIOMHSIOIIEN (QYHKIUIO ee SMMMUHALIUH.
ITpy HeCOOTBETCTBUM 3apOXK/AIOILEHNCS >KU3HU KOHBEHLIMOHATbHBIM
OMOMeULITHCKUM TIPe/[CTaBIeHUsIM O HOPMe U MaTOJIOTHU POJH yue-
HOTO Y Cy/IbH TMOpa3uTeTbHBIM 00pa3oM cOMMKaroTcst. B To ke Bpemst
HabrofIaeTCs ¥ IPOTUBOIEHCTBIE, KOT/IA TMAl[UeHT (TpodaH) HauuHa-
eT TIPeTeH/I0BaTh Ha MeCTO MPeCTaBUTe s 9KCIIEPTHOTO CO00IIeCTRa.
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Abstract. The article discusses the existing regulatory approaches to the
problem of orphan (rare) diseases, conducts their ethical and philosophi-
cal analysis, and demonstrates the possibility of the influence of the ethical
conceptual apparatus used in the framework of a particular approach on the
stigmatization of certain groups of patients. The phenomenon of self-orga-
nization of patients with orphan diseases and the creation of public clusters
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(biosocial loci) in order to ensure their own rights to protect their health in
the context of the genetization of society and the lack of public resources to
meet the needs of healthcare has also been. It is concluded that the ethical
principle of convergence of efforts is of relevance for solving the problems of
orphan diseases. It causes a resonance and consequences both in relation to
the formation of scientific knowledge and specific political steps to protect
the rights of patients with orphan diseases. It is aimed at providing informa-
tion support to patients and their families, exchanging databases of various
diseases, forums for doctors and patients; creation of models for informing
about orphan diseases, based not on the analysis of statistical data, but on
the individual differences in the course of the disease, analysis of personal
life experience with the disease; the formation of an extensive network of
charitable organizations that raise funds to provide patients with essential
medicines, as well as global multinational programs in the field of drug de-
velopment; self-organization of patients; proactive integration of genetic
technologies into the healthcare system with the goal of timely diagnosis
of orphan diseases and the choice of treatment pathway; analysis of the
problems of orphan diseases not only within the framework of the medical
model of health and disability, but also the social model.

Keywords: orphan diseases, genetisation of society, biosociality, regulatory ap-
proaches to the problem of orphan diseases, stigmatization, discrimination.
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