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AHHOMaAuus. Pa3BuUTMEe MeAMKO-TEHETUYECKOTO KOHCY/NLTUPOBAHUSA, PYTU-
HU3aums AaHHOM 06/1aCTU MEANLMHCKOM MPAKTUKN NPUBOAAT K USMEHEHUIO
MOZE/IM B3aMMOOTHOLLEHUI MEXAY BPAYOM M NALMEHTOM, a TaKKe TpebyoT
nepecMoTpa OCHOBHbIX 3TUYECKMX MPaBWUJI, IEeXKaLLMX B OCHOBE nNpodeccno-
HaJIbHOM MeANUMHCKOM aesTenbHOoCTU. Cneunduka MeanKo-reHeTU4ecKoro
KOHCY/bTUPOBAHMS COCTOUT B TOM, YTO MHPOpMaLMs, NOJyYeHHas B pe-
3ynbrate JHK-aHanu3a, 3HauMMa He TOJIbKO A1 OTAE/IbHOro NnaumeHTa, Ho
W ANs ero poAcTBEHHMKOB. TakMM 06pasoM, Cy6GHEKTOM B3aMMOAENCTBUS
BbICTYMaeT He OAMH MaUMeEHT, a BCA €ro CeMbs, U, COOTBETCTBEHHO, Bpay
CTa/IKMBaeTCs € NpobaeMOoN COrnacoBaHMs MHTEPECOB NaLMeHTa U ero poa-
CTBEHHWKOB, KOTOPble MOTEHUMANbHO MOTYT ObiTb HOCUMTENAMM MyTaLuMu
M HaxoAWTbCS B 30He pucka. OfHaKO A5 COBPEMEHHOMO Ye/oBEKa 3a4a-
CTyto GosiblUEN LEeHHOCTbIO 06/1a4at0T OTHOLLIEHMS, OCHOBAHHbIE Ha 3MO-
LMOHANbHOM POACTBE, HEXEIM Ha OBLLHOCTM KPOBU, FeHOB. 3HaHWE CBOEro

VicenejoBaHye BBITIOTHEHO TPH Nofiep>kKe Poccuiickoro HayuHoro doHza (rpaHt
Ne 18-78-10132).
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reHeTM4YeCcKoro ctaTyca, 0CoO3HaHWe BaXKHOCTU MHOOPMMPOBAHUS POACTBEH-
HMKOB O BO3MOXXHOM HOCUTE/NIbCTBE MyTauMu NPUBOAAT K TpaHchOopMaLLmMm
POACTBEHHbIX OTHOLLEHWUI, YCUNBAKOT POJib 6UOIOrMYECKOro poacTBa. YKa-
3aHHas cneumduka MegULMHCKOM TEHETUKN HE NMO3BOJISIET B MOJIHON Mepe
peann3oBaTb OCHOBHblE BMO3TUYECKME NMPUHLMIIBbI: «HE HaBpeau», «aenain
6naro», NPUHLMI YBaXKEHUS aBTOHOMMM MaLMeHTa U NPUHLMN CnpaBean-
BOCTWU. Pa3BuTHE NPaKTUK MEAUKO-TEHETUYECKOTO KOHCY/IbTUPOBaHUS, MO-
BbllleHWE NX 3PDEKTUBHOCTU HEBO3MOXKHbI 6€3 pa3paboTKKM NpaBma U Npo-
ueayp, HarnpaeaeHHbIX Ha BO3MOXXHOCTb KOMMYHUKaLMK C POACTBEHHUKAMMU
naumeHTa. OAHUM U3 BapuaHTOB pelleHUs NpobsieMbl ABAsSETCS pa3paboTka
$opM MHOOPMUPOBAHHOIO COIIACKS, OFPaHUYMBAIOLLMX MPABO OTAE/IbHO-
ro naumeHTa Ha pacnopsiKeHue reHeTnyeckon MHdopmaumen. He meHee
BaXXHbIM MEXaHM3MOM MPeoAoAeHMs NPO6AEM, CTOSALMX Nepes, MeuKo-Te-
HETMYECKMM KOHCYNbTUPOBAHMEM, SBSETCS MPOBEAEHME NMUapP-KaMMaHUM
M [IOMOJIHUTE/IbHbIX KOHCY/IbTaLMIA, HanpaB/ieHHbIX Ha MOBbILLIEHUE FEHETU-
YeCKoM rpaMOTHOCTU JIOJEN U IOSANIBHOCTU K TeHETUYECKUM N1abopaTopusim.

Kntouesble cnoBa: 61M03TMKA, BUO3TUHECKME MPUHLMMBI, MEAUKO-TEHETMYE-
CKOe KOHCYNbTUPOBaHMe, MHGOPMMPOBAHHOE corlacue, KoHOUAEHUMaNb-
HOCTb, KapAMoMMOoMnaTus.

CcbuiKa ans umtupoBaHusa: LLikomoBa E.M. TpaHcdopMaums STUHECKUX pery-
NIITUBOB B KOHTEKCTE Pa3BUTUS MEAMKO-TEHETUHECKOTO KOHCYLTUPOBaHNA //
Yenosek. 2019. T. 30, N2 6. C. 145-155. DOI: 10.31857/5023620070007677-1

e/IMLIMHCKasi TeHeTHKa — MOJozasi HayYyHO-TpaKThyecKast

o6siacTb MeTUIMHEI, HarlpaB/ieHHas Ha UCC/Ie/JOBaHUe TeHO-

Ma yesioBeKa C Lie/Tbl0 IMarHOCTUKU, TIPO(UIAKTHKY U Jie-
YeHHsI HaC/Ie[CTBEHHO 00yC/IOB/IeHHBIX 3a0osieBaHuid. OTMETHM, UTO
Ha JJaHHOM 3Tarle Pa3BUTHS Me/INKO-TeHeTHUeCKOr0 KOHCY/IbTUPOBa-
HUST MO’KHO BBIJIe/TUTh 0O/Ie3HN AMarHOCTHPyeMble, HO Her3/ieunMble
(Hanpymep, xopesi XaHTUHI'TOHA), & TAK)Ke AMarHOCTUPYeMbIe H 10[-
JAroIIyecs: KOppeKiuu (HarmpuMep, Hacjie[CTBEHHO 00yC/IOB/eHHass
Kapauomuonatusi) [5]. B JaHHOM cTaThbe aBTOP COCPeAOTOUMTCS Ha
WCCIe[OBaHUM TPaHC(OPMaLMK STHUECKUX PEry/sTUBOB TPU TeHe-
THUYECKUX 3a00/IeBaHUSIX, TIOAIAFOIIUXCS KOPPEKIUH.

CerofHsi HM OFHO HampaB/ieHWe OMOMeULIMHBI He MOXKET Pa3Bu-
BaThCsI BHE 3TMUYECKUX U MIPABOBLIX PAMOK, ITOTOMY HeoOXo1Ma pa3-
paboTKa KOMIIEKCHBIX Mep, CTIOCOOCTBYOIUX CHSITHIO CYII[eCTBYFO-
II1ero HaripsbkeHusi. B cratbe OyZeT pacCMOTpEeH OIBIT 3apyOesKHBIX
CTpaH, B KOTOPBIX Pa3BUTHE MeJULMHCKON reHeTHKH TPOU30II/I0 Ha
HECKOJIBKO JIeCSITUIETHH paHblile, YeM B Hailled ctpaHe. Be3yc/ioBHO,
CcieTioe CrefioBaHMe 3arafHbIM MoZiesisiM He 3¢ eKTUBHO, HeoOXo1u-
MO YUYUTBIBATh COLMOKY/ILTYPHBIE 0COOEHHOCTH, CrielU(UKy MpaBo-
BOM CHCTEeMbI Halllero roCy/lapCTBa, SKOHOMUYecKue (hakTophbl U T.1.,
0/THAKO HAaKOTUIEHHBIH 3apy0e)KHBIMU KOJIJIETaMU OITBIT MOXKET TIOMOYb
B pa3paboTKe cTpaTeruu npeoosieHys MpobeM, CTOSIIUX repes] Me-
JIWLMHCKOM reHeTHKOU B Poccuu.
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Pa3Butre coBpeMeHHOUW MeIUIIMHBI HEBO3MOXXHO TIPe/|CTaBUTh
BHe COOJIIOfIeHUsT STUUeCKUX TPUHIIUITOB, 3aZIal0I[UX PaMKH BO B3a-
MMOOTHOIIEHUSIX MEX/y BpauoOM U MaleHTOM, a TakKe Orpeje/s-
IOLI[UX T'PaHUI[bl BMeIaTebCTBA B MCUXO(PU3NUECKYIO 11e/I0CTHOCTD
yesioBeka. be3ycioBHo, (hopMupoBaHue MpaBUI W MPUHLIUIIOB Bpa-
yeOHOU /IeATeIbHOCTH YXOJUT KOPHSIMH B TyOOKYIO JPEBHOCTH,
OJTHAKO TOJIbKO C cepeArHbl XX BeKa MPOUCXOAUT WX FOpUAUUecKas
¢ukcayus. Cpefd OCHOBOIOJAraloIIMX MeX/AyHapOAHbIX JOKYMeH-
TOB, B KOTOPBIX YTBEPXK/|€HbI OCHOBHbBIE STHUECKHE TTPUHIIUITEI OUO-
Me/IUIMHBI, MO>KHO BBIZIEIUTEL Cenytoiiue: HiopHOeprckuii Kojekc
(1947 r.), B KOTOPOM BIIEPBLIE yKa3aHa HEeOOXOMMOCTh MOTyUYeHHs
Z0O6pOBOLHOTO MH(GOPMHUPOBAHHOTO COTTIACHS TIPH TIPOBE/IeHUH Me-
TUKO-OMOIOTHYECKOTO JKCTIepUMeHTa, Xe/bCUHKCKYIO JIeK/Iapaldio
(1964 1.), 3aKpensiOIIyl0 TPUHLUIEI aBTOHOMUW JIMUHOCTH, WH-
(hopMUpOBaHHOTO corlacust U KOH(PUIEHITMATLHOCTH, a Takke KoH-
BEHIIMIO O 3all[UTe TPaB M JIOCTOMHCTBA YesioBeKa B obmactu Grome-
[IUIMHBI: KOHBEHIUIO 0 OMoMequIiMHe U TipaBax uejioBeka (1997 r.),
SIB/SIFOLLYIOCSI CerOfHS BeYLLMM MEXIYHapOAHbIM TOKYMEHTOM I10
rpaBaM 4ejioBeKa B 00siacTu GuoMenviuHbl. OTMETHM, UTO aMepH-
KaHCKUMU uccienoBatensmu T. Buuammnom u [[x. Uungpeccom ObLm
c(hopMyMpOBaHbI UeThIPe OCHOBHBIX MPUHIIUITA MeAUIIMHCKOU ITH-
KU, Ha3BaHHbIe «/XKOD/PKTAYHCKOW MaHTPOM» U CTaBlliMe Kaaccuye-
CKUMMU: «HEe HaBpeIW», «Jeyai 0/1aro», MPUHLWI YBa)KEHUsT aBTOHO-
MU TIal[MeHTa W TIPUHLIWI CripaBeyiuBoCTH [8]. [l eBpomeicKoit
TPAJMIIMU XapaKTePHO BbIjIe/IeHHe TaKUX TIPUHIAIIOB OUO3THKH, KaK
aBTOHOMUSI, JOCTOMHCTBO, L[eJIOCTHOCTD U YSI3BUMOCTb UesioBeueCKon
JMUYHOCTH (TaK Ha3biBaeMble «pUHIUNBI Kemma») [7]. Mbl Bugum,
YTO aMepUKAHCKUH U eBPOTIeHCKUH TIOAXO0/IbI K BhIIe/IEHUI0 OU03TH-
YyeCKHX TIPUHLUIIOB Pa3/InyaloTCsl, OHAKO He TPOTUBOpeYar, a CKopee
JIOTIOJHSIOT pyT Apyra. OTMeTHM, UTO BbIlLIeyKa3aHHbIe TTPUHLIUIILI,
pa3paboTaHHbIe Ha 3ape OMO3TUKH, 33/Ial0T PaMKH, B KOTOPBIX JI0JK-
Ha (YHKIMOHUPOBATh MEJUIIMHA, OJJHAKO B TIOJTHOM 00beMe OHU He
MOTYT OBbITb pPeasi30BaHbl; B YaCTHOCTH, B CBSI3U C OCOOEHHOCTSMU
TIPUHIMITHAAILHO HOBBIX o0siacTell MeJUIIMHBI, TAKUX KaK MeUIIH-
CKasi TeHeTHKa. ABTOD CTaTby He CTaBUT Tiepes; co0OoM Lesib Uccie-
JIOBaTh MCTOPHIO (POPMHUPOBAHHUS OMOMEUIIMHCKUX TIPUHIIUIIOB, UX
CYIIIHOCTb ¥ MHTEPIPeTal[MOHHbIe BapUal[uH, TIOJ[POOHO 3TU acIIeKThI
ripefcTapieHsl B paborax b.I. FOauna, I1.[1. Tuienko, T.B. Muat-
KUHOU u fp. [7; 6; 3].

Cpeat IpUUKH HECOOJTFO/IeHNsT OCHOBHBIX OMO3TUYeCKHUX TTPUH-
LIMTIOB MO>KHO BBIZIEJTUTH 0011[He, KOTOPbIe XapaKTePHbI [ MEULIAHBI
B 1]eJIOM, 1 YaCTHBIE, XapaKTepHble B OOMbIIIel CTerieHH [ijisi OTipefie-
JIeHHBIX 00/MacTel MeJUITMHCKOM MPAKTHUKH (B AHHOM CJTy4dae — JIJIst
MeZULIMHCKON reHeTUkH). OTMEeTUM, UTO Bbljle/ieHre OOIIUX U uacT-
HBIX TIPUUKMH SIB/SIETCST YCOBHBIM, O/IHAKO TO3BOJISIET aBTOPY CTaTbU
peasiM30BaTh TIOCTaB/IeHHbIe Tiepes, cob0ii 1iesn U 3azaun. K olimm

E.M. LLIkomoBa
TpaHcdopmaums
3TUYECKUX peryns-
TUBOB B KOHTEKCTE
pa3BUTUSA MEAMKO-
reHeTU4ecKoro
KOHCY/IbTUPOBaHMUSA

147




Yenosek. 2019.T. 30, N2 6

CUMBOIJIbI.
LEHHOCTMW.
UAOEAJbI

148

MIpUUMHaM HecoO/IoZieH!sT OM03THUeCKUX TPUHIUIIOB MOYKHO OTHe-
CTU HeTpaBU/IbHOE TIPOBeJieHHe [JUarHOCTUUeCKWX TpoLenyp, He-
BEPHYIO MHTEPIIPeTaLfi0 TI0/yUeHHbIX Pe3y/ibTaToB, T.e. IPUYUHAMU
CTaHOBSITCSI «11pobesibl» B MpoheccroHaNTbHOM KOMIeTeHL[UN Me/u-
koB. K 4acTHbIM MpUUMHAM MOKHO OTHECTH HECOOTBETCTBHE MeK-
[y TIPaBOBOM 0a30ii M peasusiMid KOHKPETHOM 00/1aCTH MeIULFHBL
K yacTHBIM NIPUYMHAM OTHOCSTCS TaK)Ke KOMMYHUKAaTHUBHbIE TPYHO-
CTH, KOTOPbIE SIBJISIOTCS aXWIJIeCOBOM TSITOM MeJUKO-TeHeTHUeCKOTO
KOHCY/IbTHPOBAHHSI: HEyMeHHe B ITOHSATHOM /711 KOHKPeTHOTO NaLjieH-
Ta opMe 0OBSICHUTE CYL{HOCTb FeHEeTHYeCKOro 3a0osieBaHusl, PUCKU
[I7IsI HETO U €T0 POJICTBEHHUKOB, UTO MOKET MPUBECTH K HACTYTIIIEHHIO
He0/1aronpusITHBIX TTOC/IeICTBUM, BIJIOTH /J0 CMEPTH JIPYTHX U/IeHOB
ceMbU — HOCHTeslel MyTalyu. BeigeneHHas crierudrka MefuLH-
CKOM TeHeTWKU TIPUBOAWT K HeCOOTIOAEeHUI0 TPUHLUIA «He HaBpe-
[IU»: He UMest BO3MOXXHOCTH CBS13aThbCsl C POZICTBEHHUKAMH TaljieHTa
C BbISIBJIEHHOU MyTalyell (Tak Kak Bpau CKOBaH IPABOBLIM 3allpeToM
Ha pasmialleHve WHGOPMALK, COCTaB/SIONLIed BpauebHY0 TalHy),
Bpau He MOKeT OKa3aTb UM HeOOXOAVMMYI0 MeUL[UHCKYIO TOMOIIb,
OT KOTOPOM 3aBUCSIT WX >KU3Hb U 3[J0POBbE.

[TpuBefeHHBIN TIpUMED JAE€MOHCTPUDYeT CJIOKHOCTh B peasu-
3aIUy TIPUHIMIA «Jenaii 6aro». TIpexkie BCero Hajio OMpeZesuTh,
o Osare Kakoro cyObeKTa WJeT peub: O O/are raijeHTa, HeToCpe/-
CTBEHHO OOpAaTHUBILIETOCS B TeHeTHUeCKYto J1abopaToputo, uiu o O/a-
Te ero POACTBeHHHUKOB, WM 001ecTBa B 1jeioM? B HacTosiiee BpeMst
He BbI3bIBaeT COMHeHMs], YTo 6s1aro MHAMBU/A [JO/DKHO CTOSITh BBILLIE
Onara obiectBa. OTMETHM, UTO 3TOT MPUHLMIT HalllesT FOPU/1UeCKoe
3aKperjieHre B psifie MeXXIyHapOAHBIX JOKYMeHTOB. Tak, HarpumMep,
BO BTOPO# cTaThbe KOHBEHLIMH O 3alljiTe 11paB U J0CTOMHCTBA YesioBe-
Ka B 001acTy GMoMeIUIMHbI YTBEPXKJAeTCsl, UTO «MHTePeckl U O1aro
OT/Ie/TBHOTO YesioBeKa MpeBaMpyoT HaJl UHTepecamMu 00I1jecTBa WK
Hayku» [1, c. 74]. OmHaKO BOTIPOCHI COOTHOIIEHUs Oyiara marjpeHTa
Y ero poJICTBEHHUKOB TIPY MeJMKO-TeHeTUYeCKOM KOHCY/TETUPOBAaHUM
HaXOASATCS B HACTOsILLee BPeMsi BHE STUKO-TIPABOBOTO Pery/IMpOBaHusl.
TakuM 006pa3oM, Bpau, CTaJKUBAasiCh B CBOeH TIPaKTHKe ¢ HeoOXou-
MOCTBIO TAPMOHM3WPOBATh UHTEPECh] MaljMeHTa W ero pofCTBeHHU-
KOB, HAaXOAUTCSI B 30He Heorpe/ie/IeHHOCTH U BBIHYK/eH /1eHiCTBOBATh,
OTHpasiCh Ha CBOM OTBIT U 1LIeHHOCTHbIE OPUEHTHPBI.

He menee octpo cTouT npobsiema cobofeHust PUHLIMTIA CTIpa-
Be//TMBOCTH. JTa mpobiemMa Tpek/ie BCero CBsi3aHa € (PyHKI[MOHU-
pPOBaHHEM MeJUIMHCKOW I'eHeTHKU KakK OTpac/id 3[paBOOXPaHEHHsI.
[TpyHOUIT CripaBe//IMBOCTA 03HaYaeT BO3MOXHOCTH PAaBHOTO /OCTY-
ra K TeHeTHUeCKOMY MCC/Ie/[OBaHNI0, 00eCrieunTh KOTOPBIA MOXKHO
TOJIKO B paMKaX TPOTrpaMMbl FOCY/JapCTBEHHOTO 3/jpaBOOXPaHEeHNs],
KOTOpasi Ha JaHHbI MOMeHT B Pd HaxoAuTcsi B 3a4aTOUHOM TIONO-
keHuu. B ct. 51 @3 Ne 323 ot 21 Hosi6pst 2011 roga «O6 ocHoBax
OXpaHbI 3710pOBbsI rpakzaH B Poccuiickoii denepaliyin» repeunciieHbl
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CUTyal[uH, KOT/Ia MeJMKO-TeHeTUYeCckoe KOHCY/IBTHPOBAHHE MOYKET
OCYIIIeCTB/IATLCS OECIIaTHO, OJHAKO OHU CBSI3aHbl MCKJ/IFOUUTE Th-
HO C BOTIPOCaMU TIJITAHUPOBAHUSI CEMbH, TPeyTIPEXKIeHUS BO3MOXK-
HBIX HACJ/Ie/ICTBEHHBIX M BPOXK/IEHHBIX 3ab0/1eBaHUM y TOTOMCTRA [4].
B03MO)XHOCTB TMO/TyueHus1 OecrylaTHON KOHCY/IBTAI[U U TIPOBE/IeHUS
TeCTUPOBAHUS B IDYTUX C/Iyuasix B 3aKOHEe He TPeyCMOTPeHbI. BbI-
COKasi CTOMMOCTb TeHEeTHUeCKOTO WCC/Ie[OBaHUS W TIOCTeNyrolei
KOHCY/IbTAl[UU flejlaeT 3Ty 00/1acTb MeJUIMHBI HeJOCTYITHOW [ist
YaCTU HacejeHusl, TEM CaMbIM MbI BHIUM, UTO TIOJTUTUKO-TIPABOBOU
¥ 5KOHOMWYECKWH (DaKTOpbl He IMO3BOJISIOT pPeayM30BaTh MPUHIUIT
CTIpaBe/yIMBOCTH B TTOJTHOU Mepe.

Eme ofnHa mpobreMa, CBs3aHHasi C pa3BUTHEM Me/IUKO-TeHe-
TUYECKOTO KOHCY/IbTUPOBaHHUs, OOYC/OB/I€Ha HEOJHO3HAYHOCTHIO
B OMpeZieJIeHMM CTaTyca TecTa: MOCKO/IbKY MeAUI[UHCKas TeHeThKa
JIOCTaTOYHO MOJIOZIasi U aKTUBHO pa3BUBAIOLIAsCS 00/1aCTh MeUII-
HbI, BO3HUKAET CJIOKHOCTh B OZJHO3HAYHOM OT/Ie/IEHHH TeCTa, BBITOJI-
HSIOIIETOCST UCK/TIOUMTE/TbHO B TeparieBTUUEeCKUX 1Ie/sIX, OT TecTa,
HOCSIIIIETO UCC/IeIOBaTeMbCKYI0 (hyHKIMIO. COTIaCHO ZeUCTBYOIEMY
MEXIYHAPOJHOMY M POCCHUMCKOMY 3aKOHO/IATeNbCTBY, HU OZIHO Me-
IUIMHCKOE UCC/IefloBaHUe HeJlb3si TIPOBOAUTEL 0e3 Ipe/BapUTeIbHO-
rO MO/yueHust 00POBOLHOTO MH(MOPMUPOBAHHOTO COT/IACHS, B KO-
TOPOM YKa3aHbl 1Ie/Id TIPOBOIMMBIX MaHUITY/ISALUH, 00beKT 3abopa,
BO3MOYKHBIE PHCKH TIpU TIPOLIlyPe U3bATHS OMoMarepuasa, Croco-
ObI obecrieueHust KOH(MUIEHI[UATBLHOCTH, TOPSA/I0K OT3bIBa COIVIACHS
u T.A. [1, c. 68]. B 3aBUCHUMOCTH OT CTaTyca TecTa — SIBJISIeTCSI OH
TepaneBTUUECKUM WU )K€ HMCC/Ie[OBaTeIbCKUM — 3aBUCUT 00beM
Y To/IHOTa UHGOPMAIUH, CofiepsKalleiicst B 6/1aHKe HHGHOPMHUPOBaH-
HOT'O COTJIaCHsi: HarpuMep, TPY TeparieBTHYe CKOM Te CTUPOBAHUH 11eTb
YEeTKO OTpeziesieHa — MCC/IeJOBaHre TeHOMa KOHKPETHOTO Ue/ioBeKa
C LesbI0 OKa3aHusl emy momoiu. Llenb mccienoBaTesbCKoro Tecra
MOXKET TPaHC(hOPMUPOBATLCS B TPOIeCCe peayv3aliii HayYHO-HC-
CJIe[I0BaTe/IbCKOTO TIPOEKTAa U BBIXOJUTh 38 PAMKH OKa3aHHs TIOMOILH
OT/Ie/IbHOMY YesioBeKy. TakuM o0pa3om, TalyeHT, 00paTHUBIIMHCS 3a
TIOMOII[BI0 K CITEI[UaTUCTaM TeHeTUYeCKOW J1abopaTopuu, C OfHOU
CTOPOHBI, 00/1aZlaeT TIPaBOM HA TIPUHSITHE ABTOHOMHOI'O PpeIIeHUs
0 TPaHUIaX BMEIATe/bCTBA B €r0 MCUXO(U3NUIeCKYHO 11e/I0CTHOCTbD,
C [Ipyroii — He MOXKeT Peajin30BaTh ero B MOJTHOM 00beMe B CBSI3U CO
CJIO)KHOCTBIO OT/Ie/IEHUsT TeparieBTUUeCKOro TeCTa OT HayYHO-UCCJie-
JTOBaTeIbCKOTO.

[yt BceX MeUMIIMHCKUX pPabOTHUKOB OIHUM W3 OCHOBHBIX ITH-
YECKUX U HOPUUUECKHX 00sI3aTe/IbCTB Iepe]] CBOUMU IalieHTaMU
SIBJISIeTCs CoO/MIoieHre KOH(MUIeHI[UaTbHOCTH, KOTOpasi B HEKOTOPBIX
cutyaiusx (B 00I[eCTBeHHBIX UHTEPECAX/TI0 PeIlleHHI0 Cyfla) MOKeT
ObITh HapyllleHa. HampspkeHHOCTh MeXAY KOH(MHUZEeHIMATbHOCThIO
U HeoOXOMUMOCTBIO PACKPBITHS/TIEpeiauld JAaHHBIX yCUTUBAETCS
crieliupuuecKUM XapakTepoM reHeTuueckout nHdopmarmu. C ogHoH
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CTOPOHBI, MO)KHO CUMTaTh TeHeTHUecKyro HHdopMmaluio 6omnee yy-
HOW, UHTUMHOM, ueM o0bie Apyriue MeAULMHCKUEe JaHHbIe: TaK Kak
B HEKOTOPDOM CMBIC/Ie COCTaB I'eHOMa OIpefessieT Halle «g», OHa
(reHeTnueckass UH(OPMAaLMsi) JO/PKHA OCTaBaTbCsl KOHGbUeHIIUab-
Ho. C [pyro¥i CTOPOHBI, Kak ObI0O OTMeUeHO paHee, 0COOEHHOCTb
reHeTUYeCcKol MHGOPMaLMK 3aK/II04aeTcsl B TOM, UTO ee HOCHUTe/leM
sIBJISIeTCSl He OJUH KOHKDETHBIN uUesioBeK, a BCSI CeMbsl, TEM CaMbIM
Takasi “H(opMalMs XapaKTepu3yeT He TONbKO OTAeTbHYI0 TUYHOCTb.
leHeTHuecKHe Z@HHBIE OJHOTO Yel0BeKa MOTYT WeHTH(HULIMPOBaTh
JIpyTuX JIiMll, [103TOMY OHa /I0JDKHA pacCcMaTpyBaTbhCsl Kak «HaXozsl-
I1asiCsi B COBMECTHOM BraJZieHWu» W TpeOoBaTb 0COOBIX CTaHAApTOB
KOH(U/IeHIIMaTbHOCTH ¥ Hepasr/amieHus. HeoOXoUMO yuHMThIBaTh,
YyTO, eC/Id reHeTHuecKas MHGOpMaLUs IepesjaeTcsl APyrUM uieHam
cemby 0e3 COOTBETCTBYIOLEr0 COTVIacHsi, JOBepre MeX/y TalyeHTOM
Y MeJJULUHCKUM PabOTHUKOM MOJKeT OBbITh MOZI0PBAHO, UTO MOXKET He-
TaTUBHO OTPa3sUThCS Ha IOC/eAyoLieM jeueHHH. VI Hao6opoT, eciu
vH(pOopMalUs yTauBaeTCs OT APYTUX U/IeHOB CeMbU, UX UHTEPeChl MO-
ryT OBITH TOCTaBJeHBI TIO7 yrpo3y [2, c. 193]. Ha gaHHBI MOMeHT
B P® pa3paboraHa U 10pyUMUeCcKd 3aKperyieHa TOMbKO opMa WH/HU-
BU/lyaJIbHOTO MH(OPMUPOBAaHHOT'O COT/IaCHsl, He TIpe/rioaratolas H1
Tpe/iBapUTeIbHOIO COIVIaCHs POJCTBEHHMKOB Ha MPOBeJieHHe T'eHeTH-
YeCKOro TeCTHPOBaHUs, HU COOOIIIeHNsI UM O TI0/yYeHHbIX pe3yJbTa-
Tax. Tak Kak reHeTMUecKoe TeCTHPOBaHHE TOCTeNeHHO CTaHOBUTCSA
PYTHMHHOM TIPaKTHUKOM, OAIVH U3 TyTell peleHus mpobieMbl — co3fa-
HHUe $opMbl MHGOPMHUPOBAHHOTO COITIACHs C TeM, yToObl OHa MoIJa
3alMIlaTh MHTepechl U MallMeHTOB, U UX POACTBeHHUKOB. OfHa U3
HOBBIX (hOpM coryacust Oblsla Co37laHa ¥ MHTErpupoBaHa B MPaKTUKY
reHeTHUeCKUX jaboparopuii BenrkoOpUTaHWM U BK/IIOYAeT UeThIpe
OCHOBHBIX TIOJIO’KEHUSI:

«1. Pe3y/ibTaThl reHETUYECKOTO TeCTa MOTYT OBITh Ba’KHBI HE TOJTb-
KO JI7151 MeHsl, HO U J/Is1 MOMX POZICTBEHHUKOB, II03TOMY $1 IIPU3HAL0, UTO
MOU pe3y/bTaThl MOT'YT MHOT/IA UCIIO/Ib30BaThCS C Lie/Ibi0 MH(POPMUPO-
BaHUsI YWIEHOB MOel CeMbH 0 HeoOXOAMMOCTH OOpalljeHust B MeJULIH-
CKOe yUpesKJleHUe;

2. PytunHasi naboparopHasi MpaKkTHKa TMpearioiaraeT xpaHeHue
OHK, v3BneueHHOW W3 KPOBH, Aa)Ke TMOC/e 3aBepIleHUs TeKYLIero
Tecta. JTO Jle/laeTcsi C TeM, UTO B OyAylieM MOTYT ObITb JOCTYITHBI
HOBBIE TeCTbl. B TakoMm ciyyae:

A) 51 xoTen ObI, YTOOBI CO MHOW TIPEJIBAPUTETHHO CBSI3a/IUCh TIe-
peJ, IpoBefieHreM HOBOTO TeCTa;

b) Oyaymiye ArarHOCTHYeCKUe TeCThI TIPOBOASATCS Ha COXpaHeH-
HBIX 0Opa3uax. {1 xouy ObITb HHGOPMHUPOBAH O JIFOOBIX 3HAUMMBIX pe-
3y/bTarax;

3. MHorzma wactu 61o00pasLoB MOTYT OBbITH MCITO/IB30BaHbI AJIs
TIPOBeZIeHHsT KOHTPOJIs 1abopaTopHBIX MeToZoB. Mou 6roMarepHrasibi
MOTYT OBITh UCITI0/Ib30BaHbI /IJIs1 KOHTPOJISl KaueCTBa /IpyTuX TeCTOB;
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4. Bce BO3HUKIIME BOIPOCHI ObUIM YTOUHEHBI W OOCYXIEHbI
¢ Bpauom» [10, c. 157].

Takum 06pa3om, orbIT BeMkoOpuTaHNY TIOKa3bIBAeT, UTO TaLi-
€HTBI He 00/1aJ]af0T abCOJTIOTHBIM TIPABOM Ha pacriopspkeHue Hacse-
CTBEHHOM TeHeTHueCKol WMH(popMalieid, KoTopasi MOXeT MPUHeCTH
T0JIb3y APYTHM ujieHaM ceMbH. OZIHAaKO HaZlo NPU3HATh, UTO, HECMOT-
psl Ha HOBAaTOPCKWM XapakTep pa3paboTaHHOW B BemukoOpUTaHUM
¢opMbl MHGOPMHUPOBAHHOTO COT/IACUsi, OHAa He CrocobHa pelIuThb
BCeX Tpobsiem, CTOSIIUX Tepe]] MeAUIUHCKOW TeHETUKOH.

[Jake ecnu TaljMeHT OCO3HaeT CeMelHBbIM XapakTep TreHeThue-
CKOM MH(OPMALMH, 3TO He JiejiaeT ee MeHee aOCTPaKTHOM Z1/isi HETpo-
¢eccronanos. CI0)KHOCTb B TOHUMaHUU reHeTHue CKoi MHQopMarn
B COUETAHWU C CYIIECTBYIOIIMMHU CeMEeMHBIMHU MPOOIeMaMH U Mo/ie-
NSIMA KOMMYHUKAL[UM BHYTPU CeMell MOXXeT CHU3UTb OCBeJOMJIeH-
HOCTb POJCTBEHHNKOB O BO3MOKHOM HOCHUTe/IbCTBe MyTalil. Cpean
TIPUUMH, 110 KOTOPBIM Tal[UeHThl He YBeJJOMUIN CBOMX PO/ICTBEHHU-
KOB O TeHeTUUeCKHUX PUCKaX, BBIJE/AIOT CIeAyIoLue:

«1. HeT KOHTaKTa B TeueHHe JIJTMTEIbHOTO [IepU0/a;

2. He xoTen paccTpavBath Wir 0eCIOKOUTL CBOETO POZICTBEHHH-
Ka, IOTOMY YTO OH WJIM OHA OBLT TOXKU/IBIM WX O0JIBHBIM;

3. He 3Has ux agpeca;

4. XXpan «rogxoasinero MoMeHTa» WK C/iefyrolei BCcTpeuuy;

5. He xoTes ObITh HOCHTE/IEM IJIOXUX HOBOCTEH;

6. He xoTes1 pa3riammars JIMYHYI0 MeIUIUHCKY0 WH(HOPMAIHO;

7. Iloccopuicst ¢ HUMY;

8. He BocripuHsi MHOPMAaLMIO KaK BaXKHYIO;

9. BB 3aHAT CBOMM ropeM/TipobieMamu o 310poBkemM» [11, p. 171].

[l7i1 COBpeMeHHOT0 ue/ioBeKa 3a4acTyro Oofbliieil TIeHHOCThIO
00/1a/1al0T OTHOILIEHUs, OCHOBaHHBIE HA SMOL[MOHA/TLHOM DOJICTBeE,
He’KeJI Ha OOIIHOCTH KpoBH, reHoB. O/JHAKO 3HaHHE CBOETO reHeTH-
YeCcKoro CTaryca, 0CO3HaHHe Ba)KHOCTU UH(OPMUPOBaHUS PO/ICTBEH-
HUKOB O BO3MO)KHOM HOCHTe/ILCTBE MyTalluy TIPUBOAUT K TpaHC(hOp-
MallM¥ POJCTBEHHBIX OTHOLIEHUH, YCUIMBaeT poyib OHOIOrHYeCcKoro
pozactea. OTMeTUM, UTO MHPOPMHUPOBAHHOCTH O CBOEM T'eHeTHUeCKOM
CTaTyce BaKHA U [i/1 MaLMeHTa, U /i ero poJCTBEHHUKOB, ITOCKO/b-
Ky OT 3TOTO 3HAHUS 3aBUCHUT BBIOOP CTpaTeruu Mpyu KOHCTPYHUPOBAHUU
COOCTBEHHOTO Oy/y1I[ero, B TOM UKCJIe TIPUHSITHS PEIIeHUS 0 BO3MOXK-
HOM POJIUTENbCTBE U ero opmax.

C TOuKM 3peHHst aBTOpa CTaTbH, LIEHHBLIM SIB/SIETCST OTIBIT CITYK-
Obl K/IMHHUUeCKOM reHeTWKUW B Tacmanuu (The Tasmanian Clinical
Genetics Service). Crieliua/MCTbl 3TOM OpraHu3alliy pa3fe/uau Ma-
LMEHTOB C [UAarHOCTUPOBAHHBIMH I'eHETMUECKUMU aHOMaUsM{ Ha
[TBE TPYIITIBI: [I7Is [IEPBOU TPYTITIBI OBLIN MPOBE/IeHBI JIOTIOTHHUTE/TbHbIE
KOHCYy/IbTal[iM, HarpaB/ieHHble KaK Ha TOBBIIIEHUWE TeHeTHueCKOu
rpPaMOTHOCTH, TaK W Ha TICUXOJOTWYECKYHO MOJJep)KKY MallleHTa,
I71sT BTOpoi — HeT. [Isisi mepBoi TPYIINbI COTPYIHUKWA TeHeThue-
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CKOM CJTy»KOBI TIO/[TOTOBU/IM TIUCHMA JI/IsT POJICTBEHHUKOB TIAlEHTOB.
B aTux nuceMax copepykanach AOCTYTHas [Jisl TIOHUMaHusl WHGOP-
Maiusi o 3a00/IeBaHUM, PUCKAX /IS KM3HU U 37I0POBBSI, 0 Crocobax
MPOGUIAaKTUKA U JiedeHusl. Takke TeHeTUYecKoW CTy>KO00HM Obim
pa3paboTaHbl OpPOIIIOPLI, B KOTOPBIX [OCTYIMHBIM SI3bIKOM OBIIH
TIpe/ICTaB/IeHbI BCe HeOOXOIMMbIe CBe/IeHHs O TeHeTHUeCKHX 3abore-
BaHusX. [To00HBIe Mepbl ObUTH HarpaB/ieHbl Ha TO, YTOOBI TIOMOYb
MarveHTaM TPy pasroBope ¢ OM3KKWMU MOBBICUTH KOJTMUECTBO POJ-
CTBEHHHKOB, CBOEBPEMEHHO TIO/TyUHMBIINX HH(OPMAIHIO 0 HeoOXou-
MOCTU TIPOUTH reHeTHYeCKoe TeCTHUPOBaHWe C 1[e/Ibl0 OTIpejie/ieHust
PUCKOB U TIPOBe/ieHUsI J1edeOHO-TPOMUIaKTHUECKUX MepOTIPUSTHIA
B CJTyyae HeoOX0MMOCTH. B urtore ObLH MOTyUeHbI CIeAYOLHe pe-
3y/IbTaThl: TIOUTH BABOe Oosbiiie (61%) pofCTBEHHHUKOB TIAlMEHTOB U3
TMepBOM TPYTITIBI 00PaTHU/IMCE B TEHETUYECKYHO CTY>KOY 10 CpaBHEHUIO
C pPOJCTBEHHWKAMH{ MaljMeHTOB U3 BTOpoM rpynmnsl (36%). Vccneno-
BaHHe TakKe T0OKa3aso, uto 92% po/ACTBeHHUKOB IepBOW ouepe[y,
80% pozcTBeHHUKOB BTOpPOM ouepei U 39% pOACTBEHHUKOB TPeTbeit
ouepesiv ObUTM TIPOMH(OPMUPOBAHBI O BO3MOXKHBIX PUCKax [TaMm ke,
p. 171-172]. Takum 06pa3oM, NpeJjoCTaB/ieHre PaCIIUPEHHOUN TeHe-
THUYECKOW KOHCY/IbTaTUBHOM TIOAEPXKKH, PacCMOTPEHHOW Ha TIpH-
Mepe CTyKObl KIIMHUYeCKOM reHeTHKH B TacMaHWM, TIOKa3aio CBOO
3 QeKTUBHOCTL U MOXKET ObITh UCTIOTb30BaHO TeHeTHYeCKUMH J1abo-
paTopusiMU B PYTUX CTpaHax, B TOM 4ncie U B Poccun.
Wcnonb3oBaHue Muap-CTpaTeruii /st MOBLILLIEHUS] TeHeTHYe CKOU
IPaMOTHOCTH TaK)Ke CIIOCOOCTBYET pacrpOCTPaHeHU 0 WH(MOPMAI[UH
0 TeHeTHUUeCKOM CTaTyce Cpefid POJCTBeHHUKOB. B ABcTpanuu Ob110
TpOBeZIeHO MaciuTabHOe WCC/ieJoBaHHe TeHeTHYeCKUX TPHUMH fe-
nipeccu (the Australian Genetics of Depression Study). B 2017 roxy
LIS TIPUBJIEUEHUST YUaCTHUKOB ObLT 3aK/TI0UeH 10roBop ¢ CHIHEHCKOR
rmap-kommanuert (VIVA! Communications), Crierasu3upyroiencs
Ha KaMIaHUSX B CEKTOpe 3/|paBooxpaHeHus. [1Jisi MOBBILLIEHUS] WHTe-
peca K MCC/ie/IoBaHUIO Cpe/id Hace/leHUs! MO/IK/IF0YaIuCh pecypchl Te-
JIeKaHa/oB, MeYaTHbIX U3/jaHHui, COLMaIbHBIX ceTell. B TeueHue fByx
7niet, Gyaroiapsi MpOBe/IeHHOM TIMap-KaMIIaHKH, K YYaCTHIO B UCCITe/IO-
BaHUU ObII0 npuBieueHo Oomee 20000 ues0BeEK, UTO /ie/laeT JaHHOe
WCC/IeIOBaHUe OJJHUM U3 CaMbIX MacIiTabHbIX B Mupe [9].
ITpuBe/ileHHBIN BBIIIE OIBIT 3apyOEXKHBIX CTPAaH B pellleHuH
npobseM, CTOSIIMX Tiepesi MeJULIMHCKON T'eHeTHKOW, He SIB/seT-
Csl YHUBEPCAJIbHBIM, OZJHAKO YaCTHYHO MOXKET ObITh MHTEerpPHUpPOBaH
B POCCHUMCKYHO TMpakKTHKy. Mephbl, TPO/eMOHCTPUPOBABILIHE CBOIO
3pdeKkTUBHOCTL 3a pybe>koM, TpeOyIOT AOTONMHUTENBHOTO aHaM3a
B KOHTEKCTe [IOMyCTUMOCTH MX NPUMEeHeHHs B Halllell CTpaHe C yue-
TOM COLIMOKYJIBTYPHBIX, SKOHOMHUECKUX U JIPyTUX 0COOEHHOCTEH.
[TpuBesieHHast B KaueCTBe npuMepa OpuraHckast popMa WHPOPMHUPO-
BaHHOTO COT/IaCHsl, C OTHOW CTOPOHBI, pa3paboTaHa C y4eToM TOHHU-
MaHUsI CeMelHOro XapakTepa reHeTHUeckoW nHdopmalu, C Apyrou
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CTOPOHBI, He I103BOJIsIeT [aTh OTBET Ha MPUHLMINAILHO Ba)KHBIN BO-
MPOC: B KaKUX UMEHHO CUTyallMsiX Bpay-TeHeTUK BIIpaBe HapyLUUTb
MPaBW/IO0 KOH(HAEHIMATbHOCTU W COOOLIUTh POZACTBEHHHWKaM T1a-
L[MeHTa O Ha/JIMUMK PUCKOB JJIsl UX 370POBbS M )KU3HH, @ B KAKUX —
HeT? [IpaBo Bpaua Ha pasmamieHue WHbopMalu 6e3 ToALepIKKH
Y TIOHMMaHMs CO CTOPOHBI MalleHTa MOXKeT MPUBECTH K CTarHaluu
MeJULIMHCKON TeHeTHKH, TT03TOMY pa3paboTKa W BHe/IPeHHe HOBBIX
¢hopM HH(boOpMUpOBaHHOTO corviacus AJisi PoccuM JO/HKHO HaUMHATh-
Cs C WCC/Ie[joBaHWI O0OIeCTBEHHOTO MHEHHS, BBISBIEHUs YPOBHS
[l0BepUsl K Me/INLIMHCKOM reHeTHKe U T.[. Takke OTMETHM, UTO eC/Ii
pa3paboTka HOBOM (opMbl MHHOPMUPOBAHHOTO COTJIACHUS U €e FOpH-
Jm3anust TpeOyroT BHEeCeHHS CyIieCTBEHHBIX U3MeHEeHHH B MTPaBOBYIO
cuctemy P®, To ucronb3oBaHUe pa3/MUHBIX CTpPAaTeruil (Harnpumep,
MUap-CTPaTeruil), BO3AeHCTBYIOIMX Ha OOIeCTBO, ero OTHOIIEHHEe
K MeJIMLUHCKON TeHeTHKe MpeJCTaB/IseTCsl He TOJIBKO J1eHiCTBEeHHBIM,
HO ¥ peaniM3yeMbIM B 0003puMOM OyyIiem.

Takum 06pa3oM, 0COOEHHOCTU MeJUKO-TeHeTHUeCKOTO KOHCYIThb-
THUPOBaHMs], CBSI3aHHbIE C CEMEWHbIM, KOJIJIEKTUBHBIM XapaKTepoM
reHeTHUeCKOW MH(OPMAaLUY, NIPUBEIHN K TOMY, UTO abCOJIOTHOE Crle-
JlOBaHHe OCHOBHBIM OMO3THUECKUM NPUHLIMIIAM OKa3bIBaeTCsi HeBO3-
MOKHBIM. Ec/ii cobstrofieHe MpUHLIMIA CIIPaBeJIMBOCTH BO MHOTOM
3aBUCHT OT Mep rOCyZapCTBEHHOM TOJIMTHUKHU B 00/1aCTH 37jpaBooXpa-
HEeHWs, TO peaju3ariys TPUHIIWIIOB «HE HaBpeIH», «Jenad Osaro»,
yBa)KeHUsI aBTOHOMUHU TallieHTa MoKeT ObITh 0OecrieyeHa Kak paspa-
00TKO# HOBBIX (hOpM MH(GOPMHUPOBAHHOTO COTJIACHS, YUUTHIBAIOIIAX
crnetuUKy MeUKO-TeHeTHUYeCKOTO KOHCY/TbTUPOBaHUSI, TaK U MPOBe-
JleHueM Trap-KaMIaHUi U [JOTIO/IHUTE/IbHBIX KOHCY/IbTalui, Harpas-
JIEHHBIX Ha MOBBbILLIEHUEe FeHeTHYeCKO FPaMOTHOCTH JItoflel U /oS Tb-
HOCTU K reHeTHYeCKUM JaboparopusiM. Be3 paspaborku crparerui,
HarpaB/IeHHBIX Ha pellleHue BhIleyKa3aHHBIX MpobsieM, abHeliliee
pasBUTHe MeIULIMHCKOW TreHeTUKH MOKeT OBbITh 3aTpyJHEHO.
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Abstract. The improvement of the medical genetic counseling, the routini-
sation of this area of medical practice leads to a change in the model of the
physician-patient relationship, and also requires a revision of the basic eth-
ical rules that underlie medical practice. The feature of the medical genetic
counseling is that the information obtained as a result of DNA analysis is
significant not only for the individual patient, but also for his relatives. Thus,
the subject of communication is not one patient, but his whole family. The
physician is faced with the problem of reconciling the interests of the patient
and his relatives, who can be at risk. Modern people are more appreciative
of the relationship based on people emotional relationship. However, knowl-
edge of their genetic status, the importance of informing relatives about the
mutation leads to an increase in the role of biological kinship. The feature of
the medical genetic counseling does not allow to fully implement the basic
bioethical principles: non-maleficence, beneficence, autonomy, justice. The
improvement of the medical genetic counseling practices and their effec-
tiveness are impossible without the transformation of rules and procedures
aimed at the possibility of communication with the patient’s relatives. One
solution is to develop informed consent forms that limit the right of an indi-
vidual patient to dispose of genetic information. An equally important mech-
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anism to overcome the problems faced by genetic consuling is conducting
PR campaigns and additional consultations aimed at improving the genetic
competence of the people and loyalty to the genetic laboratories.
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