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AHHOMaAuus. B pa3sBUTUM KOHLEMNUUN BUONOTMYECKOro rpa)kgaHcTBa 3Ha-
YUTENBHYIO POJIb CbIFPasio OCMbIC/IEHWE aKTUBM3Ma MaLMEHTCKUX opra-
Hu3aumin. O6beanHEHHbIe 06LLel «BMoorMYeckorn cyabboi» MU NOMCKOM
HOBbIX GOPM BJIMAHMUA Ha MOAUTUKY B 06SACTU Hay4YHbIX UCCAEA0BaHUMN
M 3[paBOOXPAaHEHNS, OHX MOCTAaBUIM NOA, BONPOC NPeXHUi dopmMat B3au-
MOOTHOLLEHWUI HayKW, 06L,EeCcTBa U MHCTUTYTOB 3/ paBoOOXpaHeHus, 6pocus
BbI30B TPAAULMOHHOMY Pa3pbiBY MeXAy HecneuuaamcTaMmn 1 sKcnepTamMu.
MauMEHTCKMM OpraHn3aLmaM yaanoch 3asiBUTb O MpaBax rpaXkaaH Ha pe-
leHne ux nNpobaeMm, co3aTb HOBble KaHaslbl KOMMYHUKaLMK C OpraHamu
BIaCTU M HAy4YHbIMU y4ypexaeHussMu, cbopmmpoBatb 3OPEKTUBHYIO MO-
henb AesTenbHoCTU. HoBOe NMpOCTPaHCTBO B3aUMOAENCTBUS Bpayei-Kau-
HULMCTOB, YY€HbIX, MOJIMTUKOB, NMALMEHTOB U UX POJACTBEHHMKOB MOAYUYNIO
[OMONHUTENBHbIM UMMNYJILC pa3BUTUA Baarogapsa nporpeccy MHGopMaLMOoH-
HO-KOMMYHUKaTUBHbIX TeXHOJIOrMI. Co3aHne oHNaliH-NAaTdopmM B3auMo-

MCC]’IE,E[OB&HI/IE BBITIOJIHEHO 3a CYET r'paHTa Poccuiickoro Hay4yHOro Cl)OH,Z[a (HPOEKT
Ne 19-18-00422).
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MOMOLLM NaLMEHTOB, BO3MOXHOCTW HbICTPOro 06MeHa 3HaHMUSIMU U OMbITOM
NPVBEIM, KPOME MPOYEro, K PaclUMPEHUNIO NMOJHOMOYMIA U aBTOHOMMM Ma-
LMEHTOB, BK/IHOYEHUIO HECMELMANIUCTOB B MPOLIECCHl NPUHATUS peLLEHUA.
B TaKOM KOHTEKCTe OMTMKa BGMOJIOTMYECKOTO FpakAaHCTBa NpefcTaBaseT
WHTEpeC N1 aHa/nM3a MOTPeBGUTENBCKOM FEHOMMKM, KOTopas He CBsi3aHa
C KaKUMU-JIMBO rpaXkKAaHCKMMU NMPOEKTaMU UAN MHULMATUBAMU, HO B 3Ha-
YUTENILHOM CTEMEHU BAMSIET HA TEHAEHUMW CaMOMeamKaam3aumum, paclum-
peHUst aBTOHOMUM U NMOJIHOMOYUMIA NaLMeHTOB. MoTpebuTeNnbCKas reHoMmKa
OTKPbIBAET BO3MOXHOCTU AJ/151 MPUHSATUS CAMOCTOSTE/IbHbBIX PELUEHWNI U UH-
bopMMPOBaHHOKM HE3AaBUCMMOCTU OT CMELMAIUCTOB, OKasbiBas BIMSIHUE Ha
BbI6OP 06pa3a XKM3HU M ONTUMaJIbHBIX CTpaTernii B chepe «3aboTbl 0 ceber.
OfHaKo TeHAEHUMAM UHAMBUAYANM3ALMMN MPOTUBOCTOUT pacLLUMpPEHUNE CBS-
3el C POACTBEHHMKAMM Ha OCHOBE HOBbIX FTEHOMHbIX JaHHbIX M BOB/IeHEHUE
HEe3HaKOMbIX Jitofiel B 06CyKAeHMe NOBeCTBOBATE/bHbIX OnncaHuii 6uono-
rMYEeCKON NAEHTUYHOCTH.

KntoueBble cnoBa: 6GUONOTMYECKOE TPAXKAAHCTBO, MaLMEHTCKUME opraHusa-
LMK, NoTpebutenbckas reHoMumKa, aBTobmosiorms, 6MocoumanbHOCTb.

CcbinlKa gnsa uutupoBaHus: pebeHwmkosa E.I. Buonornyeckoe rpaxkgax-
CTBO: OT MaLMEHTCKMX OpraHmnsaumii Ao notpebutensckon reHoMukn // Ye-
noeek. 2019. T. 30, N2 6. C. 72-81. DOI: 10.31857/5023620070007671-5

epMUH «OHO/IOTMYeCKoe IPaykAaHCTBO» ObLT MPe/iIoyKeH MOYTH

O/ITHOBPEMEHHO B TPeX Pa3HbIX, HO O/TM3KUX APYT JPYTY CMBIC/IaX.

A. TlerprHa B MoHOorpadmy «Ku3Hb TI07] yTpO30ii: Grooruue-
CKHe TpakziaHe mocie YepHOObIIs» MOKa3ana, Kak yijepd 340pOBbIO
Y HeoTIpe/le/IeHHOCTh HayUHbIX 3HaHWI, KOTOPbIe BIUS/IM Ha TIONMUTHKY
Y JIeUCTBUS TOCY/IAPCTBA, CHOPMHUPOBAJH COOOIIECTBA «TPYIIT PUCKa».
Vx 6oprba 3a mpu3HaHVe Bpe/a 30POBBI0 U MPaBO Ha KOMIIEHCALUIO,
3a OrpaHUueHHble MeJWLIMHCKWEe U COLMaibHble PeCypChl OKasaiach
YacTbIO UCTOPUH [IeMOKPaTHUeCKHX NpeoOpa3oBaHUi, HauaBILIMXCS Ha
YkpanHe yepe3 HECKOJIBKO JIET TI0C/ie YepHOOBITLCKOU Tpareun. AB-
TOP KHHUTH TIOKa3asia YsS3BUMOCTb JIFO[el, CBA3aHHYI0 C He/J0OCTaTKOM
00BEKTUBHOM M HA/IEXKHOW MeJUIIMHCKON MH(MOPMAIUH, a TaKXKe OT-
CYTCTBHEM COLIMAIbHBIX MeXaHW3MOB 3alllUThl MHAVBU/IA B MOA00HBIX
CUTyalUsiX. «...3[J0pOBbe — 3TO KOHCTPYKLHS, a TaK)Ke OCIraprBae-
MBI crocob cyliriecTBOBaHMSI U Pa3BUTHsL B MUpe», 00yC/IOB/IeHHBIH,
10 MHEHHIO WCCJIe[j0BaTe/TbHULIbI, UCTOPUEN 1 TIONMTUYeCKON SKOHO-
MHKOM, C/I0)KHBIMH Ue/I0BeUeCKMMH M3MePeHUsIMH, KOTOphIe 3allvIlia-
FOT WM TIOZIPBIBAIOT 3710POBLe [7, p. 66].

KoH1jeniusi reHeTHYeCKOro rPpak/jaHCTBa — ellje OJHO TTOHUMa-
HHMe OUOTpakIaHCTBa, KOTOpoe (OKyCHpyeTcsi Ha MpobiemMax mnary-
€HTOB C reHeTHUeCKUMHU 3a0osieBarusmMu. [1. Xur, P. Parm u K.-C. Ta-
YCCHT, OTTa/IKUBasiCh OT (PeMUHUCTCKHX TO[X0A0B U aKTOPHO-CETEBOU
teopuu b. JlaTypa, NpogeMOHCTPUPOBa/IH, Kak TeHeTUYeCKUe 3HAHUSA
CBSI3bIBAIOT YUEHBIX, Bpauei, Mal{ieHTOB U MOUTUKOB MeXXy CO00i,
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a TaKXKe C pa3HOOOpa3HLIMU Heue/IoBeueCKUMH CyObeKTamMu (akTopa-
MH) — MOJIeKy/laMH, TeHaMH, BU3yaJbHBIMU o0Opa3zamMu 1 T.1m. Y Kak
B pe3y/jbrare YCUIUN TAI[MeHTCKUX TPYMI, YUYeHBIX, KIUHUIIMCTOB
Y 3aKOHO/IaTesIel N3MeHU/Iach CUCTeMa 3/[paBOOXPaHeHHst v brome -
LMHCKUX UCCIefioBaHui peqkux (opdanHbix) 3aboneBanuii B CIIA,
CTaB yacThbIO O0Jiee MMPOKUX MPOLIECCOB TpaHCHOpPMaIy B3aUMOOT-
HOIIIeHNH MeXX/Ty HayKoH 1 o01jecTBoMm [4].

Haubonee mupokasi 1, BeposiTHO, camasi M3BeCTHasi TPaKTOBKA
buorpax/jaHcTBa Obljla CBOEro poja peakiuei Ha uzgeu I1. PabuHoy
BO3MO)KHOCTH (DOPMHPOBaHUSI HOBBIX COIMA/ILHBIX OOIHOCTEH Ha
ocHOBe 3HaHui 0 reHome. H. Poy3 u K. HoBac, pa3BuBas 3Tu ujeu,
COCPeJOTOUM/IMCh Ha COLMAJIBHBIX TMPOEKTaX, KOTOpPble CBS3bIBAIOT
TOHKMMaHWe TPaKIAHCTBA C MPeJCTaB/IeHUsIMA O OMOJIOTHUeCKOM CY-
11IeCTBOBAHUH JIIOZlel KaK TIpe/iCTaBUTesel 1osa, CeMbU, Pojia, CO00-
I1eCTBa, MOMYJISALNN, a TaK)Ke Ha HOBBIX CBSI3SX MeXIy Ouomorue,
WIEHTUUHOCTBIO W MPeTEeH3UsIMU Ha MpU3HaHWe, BO3HUKAIOIINX B pe-
3y/bTare pa3BUTHs OoMeAnLMHLL. M est GrorpaxjaHCTBa MO3BOJIKIA
KOHIIeNTya/IM3MpoBaTh pa3HooOpasHble (OPMBI COLMATBLHOTO aKTH-
BU3Ma — OT akiwi 60bHeIX CITU/JoM 0 fiedTelbHOCTH COBPEMEH-
HBIX TIALMEHTCKWAX OpraHM3al[iii, aKTUBHO BK/TFOUYAIOLIUXCS B Orome-
MULMHCKUe uccnenoBanus [9].

HecmoTpst Ha crnieli(UKy KOHTEKCTOB, BCe TPU KOHILIETINN 00b-
eIMHsIeT WHTepeC K TOMY, KakK CK/Ia/IbIBalOTCSl OTHOLIEHHUSI MEXIY
OVOMeTUIUHCKUMH 3HAHUSIMH, TPAXKIAHCKOW aKTUBHOCTBIO U Pa3HbI-
MU WHCTUTYTaMU TOCYAAPCTBA U KaK CXOXKHMe CUTYal[UH CO 3710POBbEM
CTAHOBATCST 001[el «OHooruuecko cyap0oii». OHAKO 3a KaXKIoun
OOLHOCTBIO CTOST KOHKpETHBIE JTIO/IU, UX Ha/|eXKAbl, CTPaxy, OTYasi-
Hue. OObeMHSASCh, OHM BMECTEe HaXOZST PEIIeHHs] HEMPOCThIX MPO-
OneM, TofZiep>KKBasi TeX, KTO BIlepBble C HUMU CTOJIKHYJ/ICS, U [IpyT
npyra. TTo3ToMy MOXeT TOKa3aThCs, UTO ycrex B 6opbbe 3a mpaBo
Ha TIpU3HaHWE W TIOMOIIb HEeJOCTIXKUM 0e3 KOJUIEKTHBHBIX YCHTHH.
Ho B HEKOTOPBIX CUTyalUsX, KaK B «C/iydae MexmeTa», T0JI0C OT/Ie/b-
HOTO YeJioBeKa MOXKeT OBITh YC/IbIIIaH MPY MO//IePyKKe IPYTUX 3avH-
TepeCcoBaHHBIX CTOPOH.

«Cnyyan Mexmerta»

B 2003 rogy poguTeny mectuneTHero Mexmeta Weingpiza (Mehmet
Yildiz), crpazaBiiero ot 6era-TasacceMun (HacaeCcTBeHHOe 3aboiie-
BaHWe KPOBH), MT0/ja/Iv 3as1BKY Ha roCy/lapCTBeHHOe (priHaHCUpOBaHUe
HECKOJIbKUX MeAMLIMHCKHX TpOLeAyp: 3KCTPaKOpHopaJbHOe OIIo-
norBopeHve (JDKO), mpeHaTasbHYH0 TeHETHUeCKYI [AUarHOCTUKY
(TIT) m TUnupoBaHve JeWKOLUTaPHOTO aHTUreHa SMOpPHOHA ueno-
Beka (HLA), — uTOOBI 3auaTh MOTEHIMAIBHOTO ZIOHOPA CTBOOBBIX
KJIETOK — OpaTa Wi cecTpy MajburKa. Pedb I1i/1a 0 MpoBe/IeHNH BCEX
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TIpoTIeayp 3a pyOe>koM, MOCKO/IbKY HallMOHATBHOE 3aKOHO/[aTeTbCTBO
He T03BOJISITIO 3TO cJesiaTh B HopBeruu, rpaskjaHaMy KOTOPOil SIBISI-
JUCh MexMeT U ero poguteny. HeomyCTUMOCTb UCIOIB30BaHUS Ye-
JIOBEKa B KauecTBe Cpe/iCTBa Oblyia Of[HUMM U3 6a30BbIX MPHUHIUTIOB 3a-
KOHa, U3 KOTOPOTO C/IeZl0Ba/ii HEBO3MOXXHOCTb CO3/1aHHsI SMOPHOHOB
¥ UX 0TOOD C IIebl0 pOXKJEeHUs OHOpa AI/Isl IPYTOro YesioBeka. JTo
MoJIO’KeHWe 0a3MpOBaIoCh Kak Ha PeIMTUO3HON TIO3WIUH, TakK U Ha
KPUTHKe WHCTPYMeHTaiu3Ma M, B 11eJI0M, COOTBETCTBOBAJIO JOBOJIEHO
OrpaHUYMTETLHOMY 3aKOHOZATenbCcTBy HopBeruu B 00s1acTé perpo-
IyKIuK uenoBeka. OfHaKoO B pe3y/bTaTe IIMPOKOM Meua-KaMIlaHuH,
pa3BepHyTOl HalMoHaibHBIMU CMMU, 3TUUecKre yCTaHOBKH 3aKOHa
ObUTM TIOCTaB/IEHBI IO Borpoc. B mae 2004 roza Obia BBeieHa Bpe-
MeHHasi MCK/IFOUMTe/IbHAas OrOBOPKA, KOTOpasl M03BOJisia OCYLecT-
BJISITh TOCyAapcTBeHHOe (puHaHcupoBaHue [1I/1 B couetanuu ¢ HLA
3a rpaHuLiel B Ka&XK0M KOHKDETHOM CJIydae.

Uro >xke 3acTaBWIO 3aKOHOJATesel, TO/0COBABIIMX 3a 3aKOH
B 2003 ropy, rojjep)Kath uepe3 HEeCKOJBKO MeCSIIEB ero Oecripere-
JeHTHOe cMsaryeHve? UTO HOBOTO OHM Y3HalU O PEnpOAYKLMH, 3KC-
MepUMEHTaIbHBIX METOZIaX JiedeHus, 3ab0Te O 3/10pOBbe HaCeseHHUs
crpanbl? [lo MHeHuto O. Bpekke u T. CéHc, «...apamMaThyeckye Kap-
THHBI CTPaZIAoLLero JIMIia MajeHbKOro MajbuMKa Ha MepBbIX Mojocax
ra3eT CKpbUIM pa3/iuve MeX/y yTBep)KIeHHbIM JiIeueHHeM U SKCIepu-
MeHTa/IbHBIMU TIPOLIelypaMH, ¥ BO3MOXKHbIe Oyayliye MeIuLMHCKHe
TIPOPBIBHI CTa/I PaBHOCH/IBHBI HBIHEIITHAM, MTHCTUTYLIMOHAIM3UPOBaH-
HBIM TpaKkTHKam» [1, p. 362]. CMU yaanoch rokasark CUTyal[|io Tak,
yTO JIF00ast OTCPOUKA Ka3aiach «IIMHUUHOU UTPOi», a JI0ObIe MOMBITKU
MOCMOTPETH Ha Zle/I0 CO CTOPOHBI Y BBIJBUHYTH MPUHLIUNNA/IBHBIE ap-
CYMEHTbI [POTUB MHCTPYMEHTa n3Ma pacCMaTpUBaIMCh KaK MOpPasib-
HO COMHUTE/IbHBIE TIOTBITKA «MCKaTh yOeXKHille B TIPUHLIATIAX» WU
«TIPSITaThCs 32 HUMH». YTOOBI MOAepKaTh HaZeX Iy, 3aKOHO/ATessIM
TIPUIIIOCH MTOCTYTIUTHCS OHUM U3 (hyHAaMeHTa bHbIX TTPUHIIUIIOB, CO-
I7IaCHO KOTOPOMY YeJIOBeK He MOYKET ObIThb Cpe/iCTBOM. BriocyiecTBum
BpeMeHHbIe MONPaBKH CMEHW/IVCh HOBBIM 3aKOHOM, MPHUHATHIM MapJia-
MeHToM B 2007 rozy [1]. B Hem He TO/IbKO Mcue3 3arpeT Ha COBMeCT-
Hoe ucrnonb3oBanue [1T7] u HLA, Ho ObUTH pa3peliieHbl NCCIeA0BaHUS
Ha SMOpHOHAX ¥ UCC/IeJOBaHUS SMOPHOHA/IBHBIX CTBOJIOBBIX KJIETOK.

Takum obpasom, «ciydait Mexmera» MpOJEMOHCTPHPOBAJ, Kak
reHeTHUeCKas TIaToJIOTHs U OTipe/iesieHHasi efo cyab0a ofHOTo pebeHKa
0OKa3a/lMcb OCHOBaHWEM TIPaK/IaHCKOM caMoOopraHu3alyiu, (opMHUpoBa-
HUSI B TIYO/IMUHBIX JIUCKYCCUSTX KOJUTEKTUBHOM (TTOIMTUYECKOM) BOJH,
Tipeofio/ieBiell Ka3aBIIvecs He3bI0eMbIMA TPAAWLIMOHHBIE MOpAslb-
Hble ycTaHOBKW. Ho 3Ta cutyarjus — ojHO M3 HEMHOI'MX MCKJ/TFOUeHUN
W3 JIONITOM 1 IpaMaTHYHOM UCTOPYH OOPLOBI OT/ETbHBIX TIAIMEHTOB 3a
npaBo Ha npu3HaHue. Kak moka3biBaeT orbIT, Oosee 3 eKTMBHOM OHa
OKas3bIBasachb, Korjia TpeOOBaHMsT KOHKPETHBIX Mep WJIH TTOUTHYeCKUX
PeIeHu MPOUCXOWIN OT TIAl[UEHTCKUX COOOII[eCTB.

E.l. lpebeHLuKOBa

buonorunyeckoe
rpa)gaHCTBO:

OT NALMEHTCKMX
opraHusauum

[0 notpebutenb-
CKOW FreHOMMU KM

75




Yenosek. 2019.T. 30, N2 6

HAYYHbIE
NCCNEQO-
BAHUA

76

MauneHTcKne o6veAUHEHUS:
obuwan «6unonoruyeckas cyabba»

OnivH U3 TIepBBIX NPUMEPOB YCIIENTHOTO aKTHBU3Ma CBs3aH C 00be-
[MHEHHEeM POJIuTesiel, Ubr IeTH CTPafaau oT Oy/isie3HOTO MHepMo-
J3a — PeZIKOTO reHeTHUeCKoro 3abosieBaHMs1, XapaKTePHU3YIOIL[erocst
o0Opa3oBaHreM Ha KOKe U CJIU3UCTBIX 000I0uKaxX MpU He3HAUNTe Th-
HBIX MeXaHWYeCKUX TpaBMaX WM CIOHTAaHHO Ty3bIpel W 3pO3uid.
I'pynma poautesneii ripuBesna feteii B 3panre CeHara CIIIA, uToObI
TpUBJIeYb BHUMAaHHWe 3aKOHO/aTe/ield K CBOMM mpobsieMaM U obecrie-
yuTh (pefiepanbHOe GUHAHCHPOBaHUE (PyH/IaMeHTa/IbHbIX UCCIIe/l0Ba-
HUIA 3TOW pa3pyiuuTensHoi 6ome3nu [4]. 11 oktsi6pst 1984 roga mpe-
3uneHT PoHanbg Pefiran u Konrpecc CIIA noamnuvcany COBMECTHYIO
pe3osToLuio 00 YTBEpPXKI€HUM TTepBoM B HUcTOpuM «HalMoHa/IbHOU
HeJleJT 0CBeIOMJIEHHOCTH O Oy/i/Ie3HOM 3ITH/IePMOJTH3E».

Takomy ycriexy Tipe/llleCTBOBaj0 OTYasiHWe MHOTHX pOAWTesel,
KOTOpble He MOIVIM TIOMOYb CBOWIM JIETSIM U He 3HasH, KaK CrpaB/sTh-
Cs1 C TPYAHOCTSIMM, BO3HMKABLIMMY B MX >KM3HU. Kak v BO MHOTMX Jpy-
TUX CJTydastx TIAlUeHTCKUX 00beIUHEHUH, T/ie KJTFOUEeBYHO POJIb UrPasiH
poauteny OOMBHBIX fleTeld, B IAHHOM C/Tydyae MaTh OOMBLHOrO peOeHKa,
mezicectpa 13 Heto-Vopka A. ITeccap (A. Pessar), CIOTH/A POZMTeTh-
CKWMe psijibl, KOTOpbIe 00pa3oBay sJpO UCC/IeN0BaTe/IbCKOM acCoOIUal[an
mucTpoduueckoro Oysutestoro srmzepmonisa (DEBRAY). Ona cocTaBu-
Jia TepBble CITMCKU aKTMBUCTOB, Halllla UCC/e[oBaresiell U Bpayel, ro-
TOBBIX B3aMMO/IEICTBOBATh C ITOM accoLMalveld, a TaKxe OpraHu30Baja
nipue3/; ceMeld ¢ 60/TbHBIMU JleTbMU B BattmHrToH. Takum 06pa3om, Obit
TPOiZieH oNTHii MyTh ()OPMHUPOBAHMSI COLMATBHOM OOIIHOCTH, 00b-
eIMHEHHOU OO0ITIel TeHeTHUeCKo CyIL00M, — MyTh OT TIOMCKA JIFOZIEH,
VIMEIOIIMX CX0XKHe MPob/ieMbl, /10 BLIPAOOTKM OTpe/ie/IeHHOM CTPaTeruy,
HarpaB/eHHOW Ha TpUB/IeYeHre BHUMaHMs B/IaCTel U TIOUCK GopM B3a-
MMOJIeMCTBUSL C MCC/eioBaTe/isiMU. BriociecTBUM UieHbl acCoLMalin
ChITPaJIi BXXHYIO POJib B CO3[@aHMM peecTpa 0OpasrioB TKaHel raiiyeH-
TOB, HEOOXOIUMBIX J17151 TaOOPATOPHBIX UCC/IE/JOBAaHNH 3a00/TeBaHMS.

NHdopMaLMOHHO-KOMMYHUKATUBHbIE
naatpopMbl BMOCOLLMANIBHOCTU

Ba)kHbIM (pakTOpOM pa3BUTHS 00BeJMHEHNH rPaKjaH Ha OCHOBe 00-
myX GMOMeUIMHCKUX 1pobsieM cTanu MH(GOPMalOHHO-KOMMYHU-
katuBHbIe TexHO0TUM (MKT), OTKpBIBILIME HOBbIE BO3MOYKHOCTH 15
rorcka vH$opmaryu, ooMeHa JAHHBIMA U B3aUMOZeiCTBUSI, BKJTFOUAO-
I11ero Kak B3aMMOIIOMOIIIb, TaK ¥ COBMECTHYIO TIOJIUTHYeCKYI0 60pb0y
3aMHTEepeCcOBaHHbIX CTOPOH. OT MepBbIX MH(OPMALMOHHBIX WHTEp-

! Dystrophic Epidermolysis Bullosa Research Association (USA).
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HeT-pecypcoB, obmeHa CMC-co00ITieHHsIMA U [I0 COBPEMEHHBIX WH-
TepHeT-TIopTasnoB, 1noJobHbix PatientsLikeMe, 1 GbICTPO BO3HUKaIO-
LUX TPYI B MeCCeH/pKepax — BCe OHM UIPal0T BaXKHEHWIIIYIO POJIb
B 00be/IiHEHNH MAlJUeHTOB U UX POZCTBEHHUKOB J|Isl pellieH s LLIpo-
Koro Kpyra 3aziay. Harnpumep, aktusuctel DEBRA B 1997 rony co3pa-
JIV 37IEKTPOHHYIO rpynmy camornomor EBmommas a1d nogjepxku
cembeii 00BHBIX Oy/IIe3HBIM 3MTHAEPMOJTI30M. ['pyTina Obia Hatjesie-
Ha He TOJIbKO Ha pellieHre BOTIPOCOB, CBSI3aHHBIX C 3ab0sieBaHreM, HO
Y Ha e/blii KOMIUIEKC Mpo6sieM, C KOTOPBIMH CTaJKHUBAIOTCS CEMbU
c 6onbHBIM pebeHKOM. B Hacrosiiijee BpeMsi HEKOTODbIe JIOKa/IbHbIe
rpynnsl (POPMUPYIOTCS MalueHTaMd U (W/M) UX PO CTBEHHUKAMU
HEe3aBUCHMO OT KPYMHBIX Mal[MeHTCKUX OpraHv3alyi AJIs Tepefadynt
HeoOXOJUMbIX 3HAHWH U OTTbITA, a TAKXKE KaK Criocob ObICTpOi U ore-
paTHMBHOW KOMMYHMKALMX ¥ B3auMorioMoInu [8].

C pasButveM OMOJIOTMYeCKOTO TPaK/IaHCTBA CBSI3aHO aKTHBHOE
BKJIFOYeHHe TalMeHTOB B MPOLieCChl IPOU3BOACTBA 3HaHuA. [Iupoko
M3BeCTeH MpuUMep MaldeHTCKod opranu3anuud PXE? International,
OoCHOBaHHOM B 1995 rofy poauTensiMu fieTel € 3/1aCTUUYeCKOW TCeB-
nokcantomoit — I1. Teppu u L. Teppu. [lonroe BpeMst moceTuTesieit
caiiTa 3TOM OpraHu3alMu BCTpeyas cjaoraH: «Mbl Bce MOXXeM OBITh
yueHbIMH!»3. OpraHu3aliyisi OKa3asa 3HauMTe/IbHOe BIIMsSTHYE Ha Tepe-
OCMBIC/IEHHE POJIU TOA0OHBIX CTPYKTYp B MpoL{eccax MpOW3BOZCTBA
3HAaHWM ¥ MHHOBALIMOHHOM Pa3BUTHU OMOMeULIMHBI. Pa3paboranHas
aktuBucTamMu PXE Mozenb B3aMMOAEUCTBUSI C MaleHTaMH, YUeHbI-
MM, BpayaMH U JPYTMMH COLMATbHBIMM aKTOpaMH Oblla MpH3HaHA
«TIOJIPBIBHOM MHHOBAI[MEH», CrI0COOCTBRYOIIel Oostee 3hekTUBHOMY
pellleHNI0 BOMPOCOB MPHUB/IEYEHHs MalieHTOB B K/IWHUYEeCKHe MC-
C/1e[J0BaHus, OpraHn3aliy MOCIeJHUX U TOy4YeHUs] HOBOIO 3HaHMUS.
BakHo, uto PXE International ctaBusia cBoeil 1je/1bt0 TIOJIyueHue Jo-
CTOBEPHOTO 3HaHus, a He TpubbLM. 1I1. Teppu cTama coaBTOPOM He-
CKOJIbKUX CTaTel, OmyOIMKOBAHHBIX Pa3HBIMU HCC/Ie[0BaTeTbCKUMU
rpyrnmaMu, Oblsia BK/ItOUeHa B 3as1BKy Ha riateHT reHa ABCC6, KOTopbIii
SIBJISI/ICSI IPUYMHOM 371aCTUUe CKOM TICeB0KCAHTOMBI. ([laHHBINM MaTeHT
B KOHEYHOM HUTOTe ObLT Tiepe/iaH opraHu3anuu.) JestenpsHOCTh PXE
International Obina, MO CyTH, OAHUM U3 MEPBLIX MPUMEPOB TOTO, KaK
B3aMMOOTHOIIIEHHUsST MeX/[y HayKOW M 00IeCcTBOM MOTYT TIOCTeTeH-
HO TpaHC(hOpMUPOBaThCSL U paclUIMpsiTh cepbl BAUSHUS Hecrelya-
JIUCTOB Ha HayYHO-UCC/Ie[0BaTeNbCKY0 MOUTHKY OMOMeULIMHBI.

Kpome Toro, co3aanve coo0imecTBa /Ioel, UMEeIOIIUX MyTalid
B reHe ABCC6, cTano Ba)XKHbIM 1IaroM /IJIs1 peLleHUs] CJIOKHBIX TICH-
XOJIOTUUeCKUX TpobseM, 00yCTIOB/IEHHBIX pa3BUTHEM 3a0oeBaHUs
¥ 0CO3HaHWeM HeOIaronpusTHOr0 MporHo3a. C MPOTrHOCTUYECKUM
xapakTepoM reHetudeckoii nHdopmaiu H. Poy3 u K. HoBac cBs3a-

2 Pseudoxanthoma Elasticum.
3 URL: https://www.pxe.org
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JIA «TeJIECHYIO» U «T€HETHUECKYI0» OTBETCTBEHHOCTb. « AKTUBHOCTh
Y OTBETCTBEHHOCTb Terleph CTalyd He TOMbKO >KeslaTeJbHBIMH, HO
Y TIPaKTUYeCKH 00si3aTe/TbHbIMM — UYacThi0 00s13aTebCTBa akTUBHO-
ro 610JIOrNUeCKOTro rpaykiaH|HA ITPOXKUTH CBOIO KU3HB I10CPEJICTBOM
ZIeNCTBUH, pacueTa v BeIOOpa. ...ITonyuuB Takyto uH(OpMaLMIO, ak-
THBHBIN OMOMIOrMueckuid TpakJaHuH 00si3aH TIPeJTPUHATL COOTBET-
CTBYIOIIME ILIar¥, TaKie Kak KOPPeKTUPOBKa JWeThbl, 00pasa >KHU3HU
Y TIPUBBIUEK BO UMsI MUHMMU3auy 00/1e3HeHHBIX TIPOSIBJIEHUH U MaK-
CHMU3aLH 370pOBbsi. VI OH WM OHa 00si3aHbI BeCTH YKU3Hb OTBET-
CTBEHHO 0 OTHOLIEHUIO K JPYTHM, TIPUHHMaTh pellleHust o pabore,
Opake, PO>KZeHUH JleTell B CBeTe 3HaHWsI CBOEro HAaCTOSIIero u Oyay-
1ero OMOMeIUITMHCKOTO COCTOAHUS» [9, p. 451].

IToka Takoro pofia OTBETCTBEHHOCTh He TpeBpaTu/iach B 00si3a-
Te/JIbCTBA Tepef, OMM3KUMU M POJCTBEHHMKAMH, HO OTaceHHsi BO3-
MOYKHOTO C/IBUTA OT aBTOHOMHH K 3aBUCUMOCTH Ha OCHOBE TeHOMHOM
vHbOpPMalMM H3HauaJbHO COIMPOBOXKJANIW NMpoeKT «['eHOM uesioBe-
Ka». B yactHocty, M. ®@naysp u 1. Xurt, onupascs Ha usen M. ®yko,
YTBEpKZJa/H, uTo NMpoekT «[eHOM uesoBeka» M TOC/eAyollee pas-
BUTHe FeHeTUKH, HaBsI3bIBasl JIIOZSIM OIpejie/leHHOe TI0BefieHUe C I10-
MOIIbI0 TeHEeTUYeCKOTO CKPWHHWHTA, TECTUPOBAHHUSI U UCC/Ie/|OBaHMUS,
MOYKeT TIOPOJUTb HOBYIO ()OpMY JUCLIMIIMHAPHOM BiacTy [2, p. 29].

[MporHocTryeckas crielimKa reHeTHYeCKoM MHGOpPMAaliK UrpaeT
TaK)Ke BaKHYIO POJib B (DOPMHUPOBAHUYM COLIMOTEXHUUYECKUX MHAMOCTEM
OMOMEIUITMHBI — MEHTa/IbHBIX KOHCTPYKLMH, OKa3bIBAIOLUX BIIVSIHHE
Ha Hacrosiiee u Oyzyiriee OroTexHoHayku [5]. BoruomjeHHbIe B COIU-
a/IbHBIX OXKUJAHUSIX, KOMIEKTUBHBIX BUIEHUSIX JKeaeMoro Oyayiiero,
OHU (hOPMHPYIOT CBOeOOPasHy0 «3KOHOMUKY HaJieXK/bl» TPYIIT Tary-
€HTOB U MX POJCTBEHHMKOB, 3aMHTEPECOBAHHBIX B peLIeHWH TeX WA
WHBIX TIpobsieM B cdepe 3apaBooxpaHeHysi. C COLMOTEXHUUeCKUMA MHH-
MOCTSMM CBSI3aHbI KaK CrocoObI 0OpallieHusi C HeoTpe/ieNIeHHOCTHIO,
TaK W CTPATETHH «KOJIOHM3aLMK Oyytero» (D. THiieHc), yCrelHoCTb
KOTOPBIX BO MHOTOM 00yc/ioBieHa 3¢ QeKTHBHOCTBIO TIPUB/IEUeHHsT He-
00XOMMBIX PecypcoB: (MHAHCOBBIX, WH(OPMAIMOHHBIX, WCCTej0Ba-
TeNbCKUX U 7Ip. BMmecTe ¢ Tem nepopMaTUBHOCTb OXKUJAHUM 3aBUCHT
OT aKTHUBHOM TO3WIIMH TeX, KTO XOUYeT KOHBEPTUPOBATh UX B peasbHble
WCCIIeZI0BaHMsL, Pa3pabOTKY WM 3aKOHO/aTe/TbHbIe MHULATHBBL.

Jlono/HKTe/IbHBIN UMITY/IBC COLMabHBIN aKTHBU3M [TaLJUeHTCKUX
OpraHu3alyii MOMyYr/ B pe3ysibTaTe paciivpeHusi THQOPMAalMOHHbBIX
Y KOMMYHUKaTUBHBIX KaHaI0B. TeXHOI0Tuu TesileMeULIMHbI, OHIaliH-
11aTOPMBI U T.11., Hapy1llasi TPaJULIMOHHbIN hopMaT B3auMo/eCTBUS
ME>K/y BPauOM U MaL[MeHToM, CO3[a/u YCJIOBUS /17t Oosiee akTUBHOTO
BOBJIEUEHMsI HECTIeL[Ma/TMCTOB B MeIMLIMHY. B TaKoM KOHTEeKCTe UHTe-
pec mpejcTaB/isieT IOTpeOUTeNbCKasi TeHOMIKA, KOTopasi He CBsi3aHa
C KaKUMHU-TM00 TPaKIAHCKUMM TPOEKTaMU WM WHULMATUBAMH,
HO sIBHBIM 00pa3oM B/Ms€T Ha TeHJAEHLMH CaMOMeJHKaani3aliuy,
paciIMpeHysl aBTOHOMUM Y [IOJIHOMOYUH Tal{eHTOB.
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nOTp66MTeJ'I bCKaA reHOMUKa

TToTpebuTenbCKasi reHOMUKa He TpebyeT 006s3aTesTbHOTO B3aUMO/IeH-
CTBUSI C BDAUOM KakK B CU/TY JOCTYITHOCTH UH(POPMaLIWH J1Jis Hecrieljra-
JIUCTa, Tak U Onarozapsi oHMalH-hopmary yciyr: KIMeHT CamOCTOos-
TeJbHO PEervCTPUPYETCs Ha CaiiTe, TaM >Ke 3aKa3blBaeT Habop st
TEeCTUPOBaHUs Ha KakKOW-TMOO azipec, a Tocjie OTMpaB/eHUsT TecTa
B silabopaTopuio mosiyuaeT B JIMUHOM KabuHeTe WH(MOpPMALUIO O pe-
3ynbrarax. CreayeT OTMETHTb, UYTO He BO BCeX CTPaHax JOCTYITHO Te-
CTUPOBaHKE C MeJUIIMHCKOM T1eJTbi0, HO BO MHOTHX CTpaHax roTpebu-
TeJIb MOXKET TIOJTYYUTh JOBOJBHO OOJBIION 00beM JaHHbBIX, KOTOPBIM
KacaeTcsl ero 370pOBbsl M MH/WBH/ya/bHbIX XapaKTePUCTHK, B TOM
yKc/ie pa3HOToO pofila peKomeHaluu. Kpome Toro, B pe3ysnbrare Te-
CTUPOBAHUS T10/Tb30BaTe/b MOXKET TIOMYUHTh CBEJIeHHsI O CBOEM TIpo-
HUCXOKJeHnU. HekoTopble KOMITaHUM TIPe/jOCTaBIsIIOT KJIMeHTaM BO3-
MOKHOCTb HaXOJUTh 10 BCEMY MHUPY reHeTHUeCKHX POJCTBEHHUKOB
Cpe/iy Tex, KTO MPOILIes TeCT U aj Coriacke Ha Takoro pPojia MOUCK.

TakuM 00pa30oM, pa3MbIBAeTCA TPAHUIIA MEXAY MeJUITMHCKON
vHpoOpMaIell U CBeIEHUSIMUA O JIDYyTUX 0COOEHHOCTAX WH/UBH/A,
noTpeOUTeNbCKasi TeHOMUKa «OpocaeT BbI30B CyIECTBYIOLIUM Ka-
TEropusiM ¥ TPaHULIAM», TO eCTb MPOUCXOJUT Tepexof OT TPaAuLU-
OHHBIX (JOPM B3aMMO/IEMCTBUSI Bpaua U TallieHTa, B KOTOPBIX Bpau
Wrpas JOMUHUPYIOLIYIO POJib, K CUTYyal[UsiM, B KOTODLIX OH BOBJIeUeH
YaCTUYHO WM BOOOIIle He yuacTByeT [6, p. 47]. [ToapbIBy TpafuIMOH-
HBIX MO/JIeJIeN SKCTIePTU3bI TAKXKE CITIOCOOCTBYIOT MHTEPHET-PeCyPChI,
nojobHbie Oa3e fmaHHBIX SNPedia®, momoraroieli caMOCTOSTE/TLHO
VMHTepIpeTHpOBaTh pe3y/bTaThl TeHEeTHYeCKOro TeCTUPOBAHUS IIPU
OBJIafleHNY HeKOTOPhIMU HaBblKaMU. Boree TOro, rosyib30BaTesi KOM-
MepYeCcKUX reHeTHUeCKUX KOMITaHWH JOBOBHO UacTo JIe/ISITCS CBOU-
MU pe3y/bTaTaMy B CETH, a TaKKe 00CY>KAAlOT WX Ha CIeldaTn3upo-
BaHHBIX ¢dopymax. [To ananmoruu c PatientsLikeMe, MoxHO czenaThb
BBIBOZ, 00 MX BO3/IeHiCTBUY Ha TALIMEHTCKOe TIOBe/IeHHe.

BMmecTe ¢ Tem pa3BuUTHe T€HETUKH «depe3 TIPHUIaBOK» MPOHCXO-
[IUT Tlapa/l/ielbHO C pa3BUTHEM HOBOM WHYCTPUM — 37eKTPOHHOTO
3[]paBOOXPaHeHus], B YaCTHOCTH MOOWILHOTO 37ipaBOOXpaHeHust (WC-
T0/Tb30BaHMe MOOW/IBHBIX YCTPOWCTB M TIPWJIO’KEHHH i CMapT¢o-
HOB, T/IAHIIIETOB U KOMIIBIOTEPOB), TaKXKe CITOCOOCTBYIOITIEr0 Paciii-
PEeHUI0 aBTOHOMHMM WHAWBHOB B ctepe «3a00Thl 0 cebe». B Takom
KOHTEKCTe TIOTpeOWTe/bCKasi TeHOMUKA W OTZe/bHble HarpaBIeHust
3JIEKTPOHHOTO 3/[paBOOXPaHEHUsI OKa3bIBAlOTCSl pa3HbIMU CTOPOHAMH
«TIAPTHULIMTIATUBHOTO TIOBOPOTa» B MeauiiuHe. CrieliduKa 1oc/ieJHero
3aK/IF0YaeTCs He TOJBKO B MPOLieccax MepeoCMbIC/IeHUs] TPaJULIMOHHOM
9KCIIePTHU3bl, HO U B repeopMaTUPOBaHNM yuacTHsl HeCIeljiaanucToB
B OMOMeIMLIMHCKUX WCC/Ie[0BAHUIX, KOTOpOe MpHUoOpeTaeT pa3Hble

4 URL: https://www.snpedia.com
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(hopMbI — OT Tiepejauy reHeTHUeCKOM HH(MOPMAIUK U OMOJIOTYe CKUX
06pasLoB 0 prHAHCOBBIX BO)KeHUH. [Ipy 5TOM pacumpsieTcsi Kpyr
BOBJIEYeHHBIX JIMLI: €C/TH Ha TMePBbIX 3Tarax 3T0 ObUTH TOMBKO TaljfeH-
Tl U UX POJCTBEHHUKH, CTPEMSIIMEeCs YCKOPUTh TOUCK TIPUYMH WU
MEeTO/IOB JTeueHHst 3a00/1eBaHHusI, TO B HACTOSIILIee BPeMsi B 3TH MPOLIeCChI
BOBJIEKAIOTCS1 3710POBbIE JTFO/IU, HEPeJKO MOTHBUPOBAHHBIE COLIMATbHOMN
3HAUMMOCTbIO HAayUHbIX U3bICKAHWH B 00/1aCTH 3[J0pPOBBSL.

OtkpbIBast O07bIIIe BOSMOXKHOCTEHN /ISl TIPUHSITHSI CaMOCTOSITe b~
HBIX pellleHuH M WH()OPMUPOBAHHOM He3aBUCMMOCTH OT Clleliasy-
CTOB, TOTpeOHTENTbCKasi TEHOMHKA OKa3bIBAaeTCs CIIOCOOOM He TOJTBKO
¢buKcay MeJULMHCKUX (aKTOB, HO U BbIOOpa ONTHMA/BHBIX JKU3-
HeHHBIX CTPaTeryii 1 00pa3a KU3HU U TeM CaMbIM TIPEATIOChUTKON YCH-
JieHus «3a00TbI 0 cebe» Ha OCHOBE HOBBIX 3HAHUM O OMOJIOTHYECKOM
npupoje yenoBeka. OfHAKO YIIOMSHYTBIM TeHZEHIMSM UHAWBHU/yald-
3alMM TIPOTUBOCTOUT aKTUBHOE Pa3BUTHE aBTOOMOJIOTHI — UCIIO/B30-
BaHUsI TeHOMHOW MH(GOPMAIMK i/ TIOCTPOEHUsI TTI0BeCTBOBATE/TbHBIX
OIMUCaHUI cOOCTBEHHOM Oro/Iorueckol uaeHTHUHOCTH [3]. TIprmMepa-
MU aBTOOMOJIOTHI MOT'YT CJIY’KUTh IMyO/MKALMM B COLIMAIbHBIX CETSX
Y BH/Ie00030pbl, I/ie TIopOOHO OMMCHIBAETCS OMBIT TeCTUPOBAHUS, TI0-
JlyueHUst pe3y/bTaToB M UX MHTepripeTalyu. [lonp3oBareny, BoBieKast
He3HaKOMBIX JIFOZIeH B 00CyK/ieHre MH(pOpMaLiK, KOTopasi UMeeT OT-
HOILIEHHe K UX 37I0POBbIO, 110 CYTH, MEHSIOT JIMUHBIM CMBIC/ JAHHBIX
Ha couuanbHbii. M. Typpunu u b. [paiiHcak yTBep>x/1atoT, UTO reHOM-
Hasi ”H(pOpMaIUs SIB/IIeTCsE OTHOBPEMEHHO JIMUHOM 1 COLMabHOW: OHA
JUYHasK, Ho il Oomee yeM ofgHOrO uesioBeka [10]. B uHTepripeTauuu
vccesioBaresieil peub et 06 00IIHOCTH reHOMa POZICTBEHHHUKOB.

Takum 00pa3oM, HE3aBUCHMMOCTb CIeLMaIMCTOB OT WHCTUTYTOB
MeJIVIMHBI U SKCIepTU3bl 000paurBaeTcs, Oiarofapsi moTpeOUTeTbCKOM
reHOMYKe, pacIliMpeHreM CBsi3eli C poJCTBeHHHKaMU U (popMHUPOBaHUEM
coo011jecTB, 00BbeIMHEHHBIX HOBBIMU 3HAHUSIMH O TIPHUPO/IE YeToBeKa.
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Abstract. Understanding of patient activism organizations has had a great
impact on the biological citizenship concept. Patients were united by a
common “self-care” and a search for new forms of influence on research
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and health policy, which challenged the former format of relations between
science, society and health care institutions and challenged the traditional
gap between non-specialists and experts. Patient organizations have been
able to assert the rights of citizens to solve their problems, create new
channels of communication with the authorities and scientific institutions,
and form an effective model of activity. ICT has created an additional impetus
for interaction between clinicians, scientists, politicians, patients and their
relatives. Online platforms for mutual patient assistance and opportunities
for rapid exchange of knowledge and experience have led, among other,
to the empowerment of patients and the inclusion of non-specialists in
decision-making processes. In this context, the optics of biological citizenship
is of interest for the analysis of consumer genomics, which is not related
to any civilian project or initiative, but has a significant impact on trends
in self-medicalization, autonomy and patient empowerment. Consumer
genomics offers opportunities for independent decision-making and
informed independence from professionals, influencing lifestyle choices and
optimal strategies for “self-care”. However, the trends of individualization
are opposed to the active expansion of ties with relatives on the basis of new
genomic data and the involvement of strangers in the discussion of narrative
descriptions of biological identity.
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