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AHHOMayusa. B cmamee paccmampusaromca npobsemsi paspabomeu npogdheccuoHanbHo-amuye-
cKux mpebosaHull 8 cchepe UHGHOPMUPOBAHUSA O XO0€ U Pe3yabmamax 2eHemuYyecKux ucciedosa-
Huli. Aemop obocHo8bIBaem 861800 0 HEOHOXOOUMOCMU NPUHAMUS Maxkux mpebosaHuli Ha ypos-
He camopezysnupyemblx 0p2aHU3auull 2eHEMUKO8 C BKAOYEHUEM 8 UX COOEPHAHUE NOMoHeHUl
0 00N0AHUMeENbHOM UHGHOPMUPOBAHUU, npedocmasseHuu ceedeHull 0 8MOopPUYHbLIX U Cy4yalHbIX
pesynbmamax mecma 8 KOHKPemHbix Cay4yasax, koeda nomeHyuaabHas nosae3a 048 nayueHma
AsaAAemca 3HayumesnoHol, @ 0oNoAHUMeENbHAA Ha2Py3Ka HA CNeyuanucma He cAUWKOM 3amem-
Ha. TpebosaHuUA 00 HbI COOepHams 8 cebe nepeyeHb KOHKPEMHbIX 2eHeMUYeCKUX aHOManul
U 3060ne8aHuUl, OMHOCAWUXCA K CAy4alHbIM U 8MOPUYHbLIM PEe3ysabmamam uccaedo8aHus U co-
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B Poccuiickon ®epepaumm oTHOLWEHUA B chepe
reHeTUYeCKMX UccaenoBaHni ABNAKOTCA CPABHMU-
TeNbHO HOBbIM BUAOM 06LLECTBEHHbIX OTHOLLE-
HWI, NPaBOBOE peryaMpoBaHMe KOTOPbIX CTPOUTCA
Ha Taknx 6a30BbIX HOPMATMBHbIX MPABOBbLIX aKTaX,
KaK ®egepanbHblii 3aKoH oT 21 HoAbpa 2011 .
Ne 323-®3 «O6 ocHOBax OXpaHbl 340P0OBbA FpaXx-
OaH B Poccuitickont Pepepaunn», PesepanbHblii
3aKoH oT 5 utona 1996 r. Ne 86-93 «O rocygap-
CTBEHHOM PEryANPoBaHuM B 061aCT reHHO-UHKe-
HepHoI geaTenbHOCTMY, PenepanbHbI 3aKOH OT
3 nekabpsa 2008 r. Ne 242-d3 «O rocyaapCTBEHHOM
reHoMHow peructpaumm B Poccuiickon deaepa-
umn». CoaepKalmecs B HUX HOPMbl HOCAT npe-
MMYLLECTBEHHO OO XapaKTep U He OXBaTbl-
BAlOT TaKOWM BaXKHbIM aCMeKT B3aMMOOTHOLIEHUI
nauMeHTa Co cneumanmncTtom B chepe reHeTUKN,
KaK MHGOPMMPOBAHME NLLA O XO4e U pe3ynbTaTax
reHeTUYeCcKoro NccnesoBaHuaA, packpbiTve 1 3a-
WMTa KOHONAEHUNANBHOCTM NONYHEHHbIX AAHHbIX.
EanHcTBEHHOE ynoMMUHaHME 06 06A3aHHOCTAX
Bpaya-reHeTMKa No pPasbACHEHWIO Npas M 06s-
3aHHOCTEMN, PUCKOB, CBA3AHHbIX C NPOBEAEHMEM
reHeTMYeCcKoro TeCTUPOBAHUA, COAEPKUTCA B KAU-
HUYeCKNX pekomeHaaunax Musgpasa Poccum no
NMPUMEHEHMIO BCMIOMOTaTe/IbHbIX PENPOAYKTUBHbIX
TEXHONOMMIAZ,

B 10O e Bpems npu obopmaeHnn nHbopmm-
POBaHHOIO COrNacus U NpenocTaBiAeHnn pesynb-
TaToOB TeCTa, obecneyeHUU 3aLUTbl NOAYYEHHOMN
MHPOPMaLMN NPUMEHSAIOTCA 0bLIMe NOA0KEHUS
depnepanbHoro 3akoHa «0O6 ocHoBax oxpaHbl
340p0BbsA rpaxgaH B Poccuinckon Pegepaumnm»
0 3aluTe NpaBa NauMeHTa Ha HPopmaLumo 1 o
MeANUMHCKOM TalHe. MUpoBas NpakTMKa BMecTe
C TEM CBUAETENBLCTBYET O HANMYMM LEenoro paaa
3TUKO-NPaBOBbIX NPobsiem, CBA3AHHbIX C NONyYe-
HMEM M pacKpbITUEM MHPOPMALMKN O XO4e U pe-
3y/IbTaTax FeHEeTUYECKOro UCCAeA0BaAHUA, AaNEKO
He BCe U3 KOTOPbIX MOTYT ObITb peLleHbl nocpes-
CTBOM rOCy,apCTBEHHOrO HOPMaTUBHOIO NPaBo-
BOrO pPeryinpoBaHms.

Pa3paboTKa 3TMYeCcKMX cTaHgapToB npodeccmno-
HanbHOM AeATeNbHOCTM NPOdEeCCUOHANBbHBIMM CO-
obLecTBaMn reHeTUKOB MMeeT ocoboe 3HavyeHne
Ans cnepyowmx 6n1oKoB BONpocos: 1) pasbacHe-
HWe NopsAKa NPoBeAEHUA FeHETUYECKOTO uccne-
OOBaHUA M 3HAYEHUSA ero pes3y/bTaToB Henocpes-
CTBEHHO Nepea nosyyeHnem MHGopMMpPoOBaHHOIO
cornacus KAMeHTa; 2) npegocTaBaeHne pesysbra-
TOB reHeTUYEeCKOro UCccAen0BaHMA U KOHCYNbTU-
poBaHWe No BO3HMKAKLWMM Bonpocam; 3) obe-
cneyeHne KOHOUAEHLUMANbHOCTU pPe3y/ibTaToB
reHeTUYEeCKOoro UccieloBaHUA 1 3aLLNTbI FreHeTu-
yeckon MHPOoPMaLMKN B YACTK, KacatoLEencs BO3-
MOXHOCTWN NPeaocTaBAeHMa Takol MHpopmMaLmnm
TPeTbMM NnLLaM.

NHbopmmupoBaHHOE cornacue Ha yy4acTue B re-
HeTUYEeCKOM UCCNeoBaHMKN onpeaenseTca Kak
pe3ynbTaT peanmsaumm cybbeKkTom cBoero npa-
Ba Ha y4yactue B Hem. O6s3aTesIbHbIM YC/IOBUEM,
obecneunBatoWUM «KMHPOPMUPOBAHHOCTbY COra-
CuA, CYUTaeTCA NpeaocTaBieHMe NAUMEHTY BCel
Heobxoaumon nHpopmaumm ob nccnegoBaHum,
nossossoLLen obecneynTb NOHUMaHME 3HAYEHUA
€ro pe3y/nbTaToB 1 NePCNeKTUB UX UCNOIb30BaHUS,
T.e. peyb MAEeT O cornacum B3aTb Ha cebs oTeeT-
CTBEHHOCTb 33 MPUHATOE peLLeHMe C Y4eTOM BCeX
N3BECTHbIX 61aronpUATHLIX N HeBAAaronNpPUATHbIX
nocneacTsuii TakoBoro. C NpaBoOBOM TOYKKN 3peHnn
He BO3HMKAeT COMHEHMIN B HEOBXOAMMOCTU NONY-
YyeHUss NHGOPMMPOBAHHOTO COMNACUS MaLMEHTa Ha
y4yacTue B reHeTUYeckom ucciegosaHnun. OgHako
Hanbonee NPobaEMHbIM C 3TUYECKOM TOYKM 3pe-
HUMA OCTaeTCcsA BONPOC: Ha YTO MMEHHO NaLUMEHTbI
cornawatotca, korga opopmnseTca HPopmupo-
BaHHOE corlacue Ha NPOXOXKAEHME reHETUYECKOro
TecTa? HecmoTps Ha To YTO pe3ynbTaT OKasaHusA
MeOULMHCKON ycayrn onpeaenseTca B 4OroBope,
reHeTUYeckue nccneaoBaHUsa MMerT onpeaeneH-
Hble 0COBEeHHOCTU: TaK, B NpoLecce Ux nposeae-
HUA MOTYT BbITb NONYYEHbI CBEAEHMUA, HE ABAAIO-
lwmecsa NnpeamMmeTom UCCNefoBaHUsA, HO MMetloLue
Npw 3TOM CyLLEeCTBEHHOE 3HaYeHMe A1A 340P0BbA

2 Mucbmo MuH3gpasa Poccum ot 5 mapta 2019 r. Ne 15-4/1/2-1908 «O HanpaBAeHUMN KANHUYECKUX PEKOMEH-
Aaumii (NpoToKona nevyeHunn) «BcnomoratesibHble PenpoAyKTUBHbIE TEXHONOMMU U UCKYCCTBEHHAA MHCEMMHA-
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nauMeHTa Uan ero KpoBHbIX POACTBEHHUKOB. Kpo-
Me TOro, UccnegoBaHMe MOMKET MPUBECTU K NONY-
YEeHUIo pe3yNbTaToB, HOCALLMX BEPOATHOCTHbIN
XapaKTep, TpebyoLnxX NpoBeaeH A A0NONHUTENb-
HbIX UCCNe0BaHNN UAKN NIeYEHUS.

OcobeHHo ocTpble 3TUYecKue aebatbl Bbi3biBa-
eT Nnpobnema NPOrHOCTUYECKOro reHeTUYEeCcKoro
nccnefoBaHUA HecoBepLleHHONETHUX. MporHocTu-
yecKoe nccnegoBaHue B LLEJIOM paccmaTpuBaeTcs
KaK pasHOBMAHOCTb FeHETUYECKOro TecTa, Hanpas-
NEHHOTO Ha BbIfB/IEHNE «NPEeACUMNTOMOBY reHe-
TUuyeckn obycnosieHHbIX 3a6onesaHunii3. B cpege
npodeccnoHanbHoro coobuiectsa reHETUKOB AaH-
HafA pPasHOBUAHOCTb MCCNEA0BAHMNA pacCcMaTpuUBa-
€TCcA KaK CPe/iCTBO BbIIBNIEHUA reHeTUu4ecknx 6o-
nesHein, nognexawmx 3¢GeKTUBHOMY IeUEHMIO HA
pPaHHUX CTaAUAX Pa3BUTMA, @ PaBHO BUA ANArHO-
CTUKK, obsieryatowmin BbiIbop cTpaTernm JeyeHums
AN HECOBEPLUEHHO/IETHMX HA NO34HUX CTaAnAX
pa3BuMTUA 3ab01eBaHNA NN XPOMOCOMHOM aHo-
Manmmn?,

ITUYECKne aprymeHTbl MPOTUB NPOrHoCcTUYe-
CKUX TeHETUYECKUX UCCNea0BaHNN HecoBepLUIEH-
Ho/IeTHWUX 6blaK BNepBble cGOPMY/IMPOBAHbLI B TOT
nepuoa, Korga KAMHUYeCKne MoJiekynapHo-re-
HeTUYeCKMe TeCTbl eLle He NOAYYUIN WMPOKOTO
pacnpocTpaHeHUA U NPUMEHANUCH B OCHOBHOM
ONA B3POC/bIX, UMEIOLLMX HacNeACTBEHHYO npea-
Pacno/sIoXKeHHOCTb K 3a60/1eBaHNAM C TAXKENOMN
CMMMTOMATMKOM, NPaKTUYECKM HE NOAAa0LWLNM-
cA NleyeHuto. K uncny Takmx aprymeHToB 06bI4HO
OTHOCAT NPUYUHEHME NMCUXOTPABMbI MNALUEHTY
BCNeacTBne MHPOPMMPOBaAHMA O BEPOATHOCTHOM
TAMENOM [MarHo3e, HeraTUBHOE BANAHUE Ha ero
CEMEWNHYIO KM3Hb B LLEJIOM, @ PaBHO BO3MOXHOCTb
COUMANbHOW AUCKPUMMHALMM MO MOTUBY HaNNUUA
npeapacnonoKEHHOCTU K KOHKPETHOMY reHeTH-
yecku obyciosneHHomy 3abonesaHuio®. B CLUA,
B YAaCTHOCTU, TaKasA aprymeHTaLuA No ceun eHb

nopaepxmeaetca MeaAULMHCKON accoumaumei
(AMA), konneaxxem (npodeccMoHabHbIM 06be-
ANHEHNEM) MeANLNHCKUX reHeTUKoB — American
College of Medical Genetics and Genomics (ACMG)
n Akagemuen negmatpuun. lencreytouime peKo-
MeHAAUNN AKagemun neguaTpum pekoMeHayoT
OT/IOXKWUTb FrEHEeTUYECKNE UccaeaoBaHUA 4o Co-
BepLUEeHHONETUA, Koraa Mnuo 6yaeT B COCTOAHUU
BbIPa3nTb COBCTBEHHOE BONEN3BABAEHME HA NPO-
BefeHue Tecta®. [laHHbI NoaXo4 He UCKAKoYaeT
PUCKOB BbiABNEHMA 3ab60n1eBaHMA HA TaKoM CTa-
OV, KOTOPas UCKIYaeT BO3MOXKHOCTb ero a¢-
beKTUBHON NPOPUNAKTUKN N neveHuna. Kak oTme-
YaOT CTOPOHHUKM MPOTrHOCTUYECKUX FEHETUYECKUX
TECTOB ANA AETeW, TaKOBble NO3BO/IAKOT UCKAOUYNTD
HeonpeaeneHHOCTb B BOMPOCE O HAac/ef0BaHUK
reHeTUYeCKMX OTKIOHEHWI, CNOCOBHbI OKa3aTb No-
NOXKUTENbHOE B/INAIHME Ha CeMbto, NPeaoCcTaBnAs
BO3MOXHOCTb pebeHKy 1 ero 6M3KNUM poaCTBEH-
HWUKam CTPOUTb NJIaHbl Ha byayllee, NpeaoTBpa-
TUTb BO3MOXHbII Bpes, NPUYNHAEMbIN Pa3BUTMEM
3abonesaHus’.

[Opyras aTnyeckas npobnema cBsizaHa C cyab-
601 «BTOPUYHBIX» U «CYyYalHbIX» Pe3y/abTaTos,
NONYYEHHbIX NPU NPOBEAEHUN FEHETUYECKOTO
nccnegosaHua. Uctokn aton npobiembl 0by-
CNOBJ/IEHbI TEM, YTO BC/IEACTBUE CHUMKEHUSA CTO-
UMOCTU reHEeTUYECKMX TECTOB M NMOBbILEHUA NX
YyBCTBUTE/IbHOCTU, PAa3BUTUSA MONIEKYNSAPHO-TEHE-
TUYECKUX TEXHO/IOTUIA 3aKOHOMEPHO NOBbILIAETCA
BEPOATHOCTb NONAyYeHUA MHGOPMaLMM, He CBS-
3aHHOW HaNpPAMYIO C NepBOHAYaNbHbIMKM NOKa3a-
HUAMMW SN NPOBEAEHMA UCCNea0BAHUA. TepMUH
«C/lyYyaliHble pe3y/bTaTbl» B HAYYHOW nuTepaType
BKAtOYAET B cebA Kak oXkunaaemble, Tak U Henpea-
BMAEHHbIE pe3y/ibTaTbl, NONYYEHHbIE NPU NpUMe-
HEHWM TPAANLMOHHbIX METOAOB UCCNef0BaHUSA.
Moa TEPMUHOM «BTOPUYHbIE Pe3ynbTaTbl» MNo-
HMMAIOTCA BbIBOAbI, B TOM YMC/IE U O ANATHO3E,

3 Cm.: Genna Braverman, Zachary E. Shapiro, Jonathan A. Bernstein. Ethical Issues in Contemporary Clinical
Genetics // Mayo Clinic Proceedings: Innovations, Quality & Outcomes. 2018. Vol. 2. Iss. 2. Pp. 81—90.

4 Cm.: Gholson J. Lyon, Jeremy P. Practical, ethical and regulatory considerations for the evolving medical and
research genomics landscape // Applied & Translational Genomics. 2013. Vol. 2. Pp. 34—40.

5> Cm.: Ma’n Zawati, Eliza Cohen, David Parry, Denise Avard, David Syncox. Ethics education for clinician-
researchers in genetics: The combined approach // Applied & Translational Genomics. 2015. Vol. 4. Pp. 16—20.

& Cm.: Michael A. lacocca, Joana Chora, Alain Carrie, Sarah E. Leigh, Lukas Tichy, Marina T. Di Stefano, Joep
Defesche, C. L. Kurtz, Eric J. Sijbrands, Tomas Freiberger, Robert A. Hegele, Joshua W. Knowles, Mafalda
Bourbon. Adaptation of ACMG/AMP Guidelines for Standardized Variant Interpretation in Familial
Hypercholesterolemia // Atherosclerosis Supplements. 2018. Vol. 32. P. 51.

7 Cm.: Jeffrey R. Botkin, John W. Belmont, Jonathan S. Berg, Benjamin E. Berkman, Yvonne Bombard, Ingrid A.
Holm, Howard P. Levy, Kelly E. Ormond, Howard M. Saal, Nancy B. Spinner, Benjamin S. Wilfond, Joseph D.
Mcinerney. Points to Consider: Ethical, Legal, and Psychosocial Implications of Genetic Testing in Children and
Adolescents // The American Journal of Human Genetics. 2015. Vol. 97. Iss. 1. Pp. 6—21.
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NoJly4eHHble Ha OCHOBAHWM Pe3yNbTaToB, He AB-
NABLIMXCA NepBOHAYaNbHOM Le/blo nccaenosa-
HWA, O4HAKO [OCTOBEPHO YCTAHOBAEHHbIX NPU €ro
nposeaeHUne,

B ciiyyae nosiydeHus BTOPUYHbIX UK CayYaid-
HbIX PE3yNbTaTOB 3aKOHOMEPHO BO3HUKAET BONPOC
0 PaCKpPbITUN AAHHON MHOOPMALUM NALMEHTY.
B CLLUA u EC B npodeccmoHanbHoOM coobliecTse
reHeTMKOB CYLLECTBYET KOHCEHCYC OTHOCUTE/IbHO
TOro, YTo «daKyAbTaTUBHbIE» BbIBOAbI, MMetoLMe
OEeNCTBUTENbHYO KAMHUYECKYIO 3HAYMMOCTD,
OOJIXKHbI BbITb COObLWEeHbI NaumMeHTy. OgHaAKo co-
XpaHAEeTCA pas/iMune NoaxoLoB B BOMNPOCE O TOM,
KaKMM KpUTEPUAM LOKHbI OTBEYATb KAMHUYECKM
3HaYMMble pesynbTaTbl U NPU KaKMX YCIOBUAX MO-
Nly4eHHy MHbopMaLmio cnenyeT 40BOAUTL A0
nauMeHTa M YNeHOB ero ceMbU. Takme KpUTepuM,
KaK TeKylLlee COCTOsHMe 340PO0BbS, Hann4Yue onpe-
OEeNeHHbIX XPOMOCOMHbIX aHOMAINI, KOTopble
NOTEHUMANbHO MOTYT BAUATb HA NaUNEHTa Uan
€ro Cembto, He PacKpbIBalOT B NOJIHOM obbeme
3HaYEHNA TePMUHA KKAMHMYECKas NONE3HOCTbY.
MPOTUBHUKM TOYKM 3pEHUA O HEOBXOAMMOCTH
PacKpbITUA BTOPUYHbIX U CAyYalHbIX pe3yabTa-
TOB OTMEYatoT, YTo MHPOPMMPOBaAHHOE cornacue
O3HayaeT TaK)Ke «MPaBo He 3HaTb» O pe3y/bTa-
Tax Tecta, 0cobeHHO ecnn peyb NAET O AaHHbIX,
KOTOopble He MOTYT BblTb HEMOCPEACTBEHHO NpPU-
MEHEHbI B KIMHUYECKOM NPaKTUKE UM KacakoTcs
OTKNOHEHMM, HEAOCTAaTOYHO UCCNELOBAHHBIX B Ha-
YYHOM nnaHe’,

ACMG B 2016 r. 06HOBMA CBOM peKomeHaa-
LMW B 4aCTK, Kacatowwenca packpbltua nHdop-

MauMKM O NaToreHHbIX MyTaumax 59 nepeuunc-
JNIEHHbIX TeHOB, XapaKTepU3yoLWMnXca BbICOKOM
NMeHeTPaHTHOCTbIO N BO3SMOXKHOCTbIO 3pdeKTmB-
HOro NpeaynpeguTenbHoOro Bosaencresuna. Koraa
Takme pekomeHgaumu ssoauauce 8 2013 r. ona
56 reHos, ACMG A0NO/IHUTENBHO PA3bACHWUA, YTO
pacKkpbITe AaHHOM MHbOPMaLMM OCYLLEeCTBNAET-
CA HEe3aBMCUMO OT BOJIEN3BABNEHMA NALMEHTA,
NCcXo4s U3 TOro, YTO CNELUaNnCTbl NO reHeTUKe
1 nabopaTopHbI NepcoHan HecyT 06A3aHHOCTb
No NpesoTBPALLEHUIO MPUYNHEHUA Bpeaa 340-
pPOBblO NALMEHTA HE3ABUCUMO OT €ro *KesfaHua.
ACMG oTmeTun, YTO 3TOT NPUHLMN HUBEAUpyeT
npobnemy aBTOHOMMUU BOJIN MaLMEHTA MO aHa-
NIOTUK C TEMM CAlydaaMun, Korga B Luenax npenot-
BpaLLEHMA NPUYNHEHMA Bpesa B 0ObIYHON me-
OVULMHCKOM NpaKTMKe coobliaetca nHbopmaums
o nobouHbIx AnarHo3axi. 3ta nosmuma, ogHaKo,
COMPOBOXAa/laCb YKa3aHMEM Ha TO, YTO yCNOBMUA
OTKa3a OT Nony4YeHua onpegeneHHon nHpopma-
LMW, BKIOYAs MHPOPMALMIO O HAIMUYUU MyTaLuni
reHoB U3 NpUBEAEHHOro nepeyHs, Heob6xogMmo
onpeaenaTb C NaUMeHTOM Ha CTaauM NOATrOTOBKM
nHPopMMpPOBaAHHOTIO cornacusa. MHTepecHo, 4To
ACMG B HacTosilee BpeMs coobuaeT nHdop-
MaLMIO O CAIYYalHbIX U BTOPUYHbBIX pe3y/ibTaTax
He3aBUCUMO OT BO3pacTa NaLMeHTa, Torga Kak
MeanumnHcKana accoymnauma (AMA) npuaepKu-
BaeTcA naeu o HeobxoaMMOCTM BHECEHMA TaKoM
MHbOPMALUM B MEAULMHCKYIO KapTy HecoBep-
LUEHHONETHEero C orpaHNYeHnem A0cTyna K Hel
00 [OCTUXEHUA coBeplueHHoNeTua (NpUHATUS
CaMOCTOATENIbHOIO peLleHns OTHOCUTENIbHO CBO-

8 Cm.: Andrew J. Darnell, Howard Austin, David A. Bluemke, Richard O. Cannon, Kenneth Fischbeck, William
Gahl, David Goldman, Christine Grady, Mark H. Greene, Steven M. Holland, Sara Chandros Hull, Forbes D.
Porter, David Resnik, Wendy S. Rubinstein, Leslie G. Biesecker. A Clinical Service to Support the Return of
Secondary Genomic Findings in Human Research // The American Journal of Human Genetics. 2016. Vol. 98.

Iss. 3. Pp. 435—441.

9 CMm.: Marci L. B. Schwartz, Cara Zayac McCormick, Amanda L. Lazzeri, D’Andra M. Lindbuchler, Miranda L. G.
Hallgquist, Kandamurugu Manickam, Adam H. Buchanan, Alanna Kulchak Rahm, Monica A. Giovanni, Lauren
Frisbie, Carroll N. Flansburg, F. Daniel Davis, Amy C. Sturm, Christine Nicastro, Matthew S. Lebo, Heather
Mason-Suares, Lisa Marie Mahanta, David J. Carey, Janet L. Williams, Marc S. Williams, David H. Ledbetter, W.
Andrew Faucett, Michael F. Murray. A Model for Genome-First Care: Returning Secondary Genomic Findings
to Participants and Their Healthcare Providers in a Large Research Cohort // The American Journal of Human

Genetics. 2018. Vol. 103. Iss. 3. Pp. 328—337.

0 Cm.: Laura M. Amendola, Gail P. Jarvik, Michael C. Leo, Heather M. McLaughlin, YassmineAkkari, Michelle D.
Amaral, Jonathan S. Berg, Sawona Biswas, Kevin M. Bowling, Laura K. Conlin, Greg M. Cooper, Michael O.
Dorschner, Matthew C. Dulik, Arezou A. Ghazani, Rajarshi Ghosh, Robert C. Green, Ragan Hart, Carrie Horton,
Jennifer J. Johnston, Matthew S. Lebo, AleksandarMilosavljevic, Jeffrey Ou, Christine M. Pak, Ronak Y. Patel,
SumitPunj, Carolyn Sue Richards, Joseph Salama, Natasha T. Strande, Yaping Yang, Sharon E. Plon, Leslie G.
Biesecker, Heidi L. Rehm. Performance of ACMG-AMP Variant-Interpretation Guidelines among Nine
Laboratories in the Clinical Sequencing Exploratory Research Consortium // The American Journal of Human

Genetics. 2016. Vol. 98. Iss. 6. Pp. 1067—1076.
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ero 340poBbA). B ycnosusax pa3sutua nHpopma-
LMOHHbIX TEXHONOTUI U MHPOpMaTM3aLmn chepbl
34paBooxpaHeHuna noaxoan AMA npeacrasndaerca
TPpyAHOPEanmsyembim.

He meHee akTyanbHaa npobaema cBA3aHa
c obecneyeHnem KOHGUAEHLUMANBHOCTU Pe3y/b-
TaToOB FreHeTUYECKOro UccneaoBaHmNA U 3allm-
Tbl reHeTu4yeckomn nHpopmaumum. Kak nsBecTHo,
B 1990-x rr. OCHOBHble ONaceHna CBA3bIBA/INCL
C BO3MOXHOCTbIO AUCKPUMMHALMM B CTPAXOBOW
OTpacau, B CBA3MN C YEM BO MHOTUX CTPaHax bbian
BBeAEHbl 3anpeTbl HA ANCKPMMMHALMIO HA OC-
HOBaHUU reHeTu4Yeckoro npoduas 1 BBedeHue
TpeboBaHMI 06 06A3aTE/ILHOM reHEeTUYECKOM
nccnegoBaHum pabotogatenamm 1 CTpPaxoBbiMU
opraHM3aunsaMu, 4encTeyoWMMK B chepe cTpaxo-
BaHMA »Kn3HUl. Bnocneactenm Hambonee octpble
ANCKYCCUU BO3HUK/IN BOKPYT BONPOCa O BO3MOMK-
HOCTU MHPOPMMPOBAHUA O FTEHETUUYECKOM CTaTyce
KOHKPETHOro N1La ero poACTBEHHUKOB, HA *KU3Hb
N 340POBbE KOTOPbIX MOTYT OKa3aTb BAUSHWE Bbl-
AB/IEHHble reHeTnyeckne 3abonesaHmal?,

CerogHsa npobnema MHGopmMMpoBaHMSA O pe-
3yNbTaTax reHeTUYEeCKOoro nccaefoBaHmsa nme-
€T elle oAHY COCTaB/AIOLLYO, CNOCOBHYIO BbiTh
YPEeryiMpoBaHHON UCKAOYUTE/IbHO HA YPOBHE
npodeccnoHasbHbIX COOBLLECTB reHETUKOB: peyb
naeT o HeobxoaMMOCTN NOBTOPHOIrO MHGOPMUPO-
BaHMA NaLMeHTa B Cly4ae U3MEHEHMA Noaxon0B
K OLeHKe pe3yNbTaToB UCCAef0BaHUA, NONYYEHUSA
A0NONHUTENbHON KAMHUYECKU 3HAYMMON MHOpP-
MauMu BBMAY Pa3BUTUA U COBEPLLUEHCTBOBAHUA
MONEKYNAPHO-TEHETUYECKMX TEXHONOMMI. B npak-
TUKE reHeTUYECKMUX TeCTOB Npobsiema NoBTOPHO-
ro obpalyeHma K pesynbTaTam TecTa MOXKeT 6bITb
obycnoBneHa nameHeHnem nNpodeccMoHabHOro
pyKoBOZACTBA B chepe OLEHKM TaKoBbIX, He0bxoau-
MOCTbIO YTOYHEHUA paHee YCTaHOBAEHHOIO Ana-

rHO3a Mo 3anpocy opraHusauum obuero 3apaso-
OXpaHeHus, NOTPeBHOCTLIO B AOMNONAHUTEILHOM
M3y4yeHUU paHee NosyvyeHHoro buomartepmana
n ap. QUcKyccua o Tom, cieayeT An npeaocTas-
NATb NAUNEHTY AOMOAHUTENbHYIO MHDOPMaALLUIO,
aKTyaNnM3npyeTca B CBA3UN C NPOBEAEHUEM «TU-
BPUAHBIX» MONEKYNAPHO-TEHETUUYECKUX nccne-
O0BaHUN, B OCHOBE KOTOPbIX JIEKMUT TEXHOI0TUA
CEKBEHMPOBAHUA reHOMa HOBOTrO MOKO/eHUA
(NGS) — TexHonorus onpegeneHms HyKneoTUaHoM
nocneposatensHoctn HK 1 PHK ana nonyyeHna
dopmanbHOro onncaHmUsa ee NEPBUYHON CTPYK-
Typbi13. TexHoNOrMA METOA0B CEKBEHUPOBAHUA
HOBOrO NOKOAEHWUA NO3BONAET NPOUYMTaTb €ANHO-
BpEeMEHHO Cpa3y HECKO/IbKO y4aCTKOB reHOMa, UTo
ABNAETCA MaBHbIM OTINYMEM OT 6oslee paHHUX
MEeTOA0B CEKBEHUpPOBaHMA. [laHHan TexHoorma
CyLLLeCTBEHHbIM 06Pa30M paclMpAeT rpaHuLbl re-
HEeTUYECKUX UCcCefoBaHNM, NO3BONAA NOAYYATb
pasHonnaHoBY MHPOPMALMIO, KOTOPas MOXKET
CTaTb KAMHUYECKN 3HAYMMOM B bByayuiem ans ue-
nen NpodUNaKTUKK U NeYeHns HacneaCcTBEHHbIX
3abosieBaHWA, N1aHMPOBAHUA CEMbU U T.M.

Bo BHyTpUrocygapcTBEHHOM npaBe Tpagu-
LMOHHO OTCYTCTBYEeT NpaBoBana OCHOBA, yKa-
3blBalOLWL,AA Ha MOKA3aHWUA, CPOKU M NOPALOK
OCyLLEeCTB/EHMA NOBTOPHOIO aHaAM3a AaHHbIX CEK-
BEHWPOBaAHMA, 0BHOB/IEHUA Pe3ybTaToB MUCC/e-
A0BaHUA U MHPOPMMPOBAHUA O HUX NALUEHTOB.
HekoTopble 0b6LiMe HOPMbI COAEPKATCA B MEXKAY-
HapOAHbIX HOPMATUBHbIX MPABOBbIX aKTax: TaK, Ha-
npumep, EBponencKas KOHBEHLMA O NpaBax ye-
noseka n 6uomeamumHe (Coset Esponsi, 1997)14
3aKpenaaeT NpaBo LA 3HaTb Ntobyto MHopma-
LMo O ero 340poBbe. [LoNONHUTENbHBIN NPOTOKOS,
Kacatowminca BuomeanUNHCKUX nccnegoBanHmint>,
NnoATBepKAaeT 3TO NPaBo NPUMEHUTENIbHO K 61o-
MeANUMHCKUM UCCNea0BaHUAM, OAHAKO Aenaet

1 Cm.: Sylvia A. Metcalfe, ChriselleHickerton, Jacqueline Savard, Elaine Stackpoole, RiganTytherleigh, Erin Tutty,
Bronwyn Terrill, Erin Turbitt, Kathleen Gray, Anna Middleton, Brenda Wilson, Ainsley J. Newson, Clara Gaff.
Australians’ perspectives on support around use of personal genomic testing: Findings from the Genioz
study // European Journal of Medical Genetics. 2018. P. 45—63.

12 Cm.: Laura Mdhlmann, Christina Récke, Angela Brand, Ernst Hafen, EffyVayena. Attitudes towards personal
genomics among older Swiss adults: An exploratory stud // Applied & Translational Genomics. 2016. Vol. 8.
Pp. 9—15.

3 Cm.: Edward Haynes, Elisa Jimenez, Miguel Angel Pardo, Sarah J. Helyar. The future of NGS (Next Generation
Sequencing) analysis in testing food authenticity // Food Control. 2019. Vol. 101. Pp. 134—143.

14 Cm.: Convention for the Protection of Human Rights and Dignity of the Human Being with regard to the
Application of Biology and Medicine: Convention on Human Rights and Biomedicine (Oviedo, 4.1V.1997) //
URL: https://www.coe.int/ru/web/conventions/full-list/-/conventions/rms/090000168007cf98.

5 Cm.: [LoNonHUTENbHbIN NPOTOKON K KOHBEHLMM O NpaBax YyesnoBeKa U bBuomeauLMHe OTHOCUTENBHO BUome-
ANUMHCKMX nccnenosanuii (CETS Ne 195) (noanmcaH B r. Ctpacbypre 25 aHsaps 2005 r.) // MexayHapogHble
aKTbl O NpaBax YesioBeKa : COoOpHMK AoKymeHToB. M. : Hopma, MHdpa-M, 2002. C. 759.
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AKLLEHT Ha NPUOPUTETHOM 3HAUYEHUM Pe3y/NbTaToB
TaKUX ccnenoBaHuin ana obluecTsa B LE/OM, a He
ANA UHANBUAYANbHOM NOAb3bl KOHKPETHOIO AnLa.
ITO NOJI0XKeHUEe NO3BONAET OTAENbHbIM rocyaap-
cTBaM 0CcBOOOXKAaTb CreymnanncToB B cpepe re-
HETMKM OT MHOTUX 0683aTe/bCTB, COAEePrKaLLUXCA
B O6bwem pernamenTe EC 0 3aWmTe nepcoHanb-
HbIX SAHHbIX, BKOYas NPaBo YeoBeKa Ha A0CTyN
K cBoei anyHoi nHdopmaumnl®. Apkum npume-
pom aBnsetcA BennkobpuTaHums, B KOTOpPOU co-
OTBETCTBYIOLLME rAPaHTUN HE PACNPOCTPAHAIOTCA
Ha Nosy4yeHue naeHTUONLMPYEMbIX pe3ynbTaToB
nccneposaHminl?,

NHTepecHo, 4To npodeccnoHanbHble cooblue-
CTBa B 3HAYMTE/IbHOM CTEMEHM COrNALLAKOTCA C TEM,
YTO pPacKpbITUE MHPOPMALUM CnenyeT OCTaBAATb
Ha YCMOTpPEeHMe Nnua, OKa3blBaOLWEro COOTBET-
cTeytoLLyto yenyry. Tak, 8 2009 r. ACMG peKkomeH-
[0BaN reHeTUKaM-KAUHULMUCTAM KaK MUHUMYM
nHdopMMPOBaTb NALMEHTOB O NOCNEACTBMAX Pas-
BMUTUSA BbIABNEHHbIX aHOMaNUN Aaa 6AN3KUX Poa-
CTBEHHWKOB, KaK 40, Tak 1 NOC/ie NPOBeAEHMUA UC-
CcnenoBaHMs, a TaKXKe PeKOMeH40BaTb PacKpbITHe
MHPOopMaLMN POACTBEHHMKAM U3 TPYNNbl PUCKA
(ecnu puck npnunHeHmns Bpeaa BbICOK, Noasep-
YKEHHble PUCKY AnLa NAeHTUPUUMPYEMbI U Cy-
LLLeCTBYHOT AENCTBEHHbIE MeANLMHCKME CpeacTBa
NPodUNAKTUKM U NeYEeHNA FeHETUYECKN 00yC/0B-
neHHoro 3abonesaHusa)é,

MmeeTca npakTMKa pa3paboTKM NpaBua o «no-
BTOPOM KOHTAKTE» C NaLuMeHTOM UM ero poa-
CTBEHHWKAMM HA SIOKAJIbHOM YPOBHE B KOHKpPET-
HbIX MeAMUMHCKMUX NCCNen0BaTENbCKUX LLEHTPaX.
Tak, Hanpumep, B Amsterdam UMC npu KAnHU-
YEeCKOM CEKBEHUPOBAHUN FTEHOMA NALMUEHT UH-
dopmmpyeTca o ToOM, YTO OLEHKA pPe3y/bTaToB

nccnefoBaHUs MOXKET MEHATbLCA, BCNeACcTBUE
yero cyLlecTByeT BO3MOMKHOCTb MOBTOPHOTO 06-
paLlLeHMA K CNeLnanmcTy no reHeTuKe, a Takxe
WHULUMATUBHOTO MHPOPMUPOBAHUA NaLMEHTA
O MOJIYYEHHbIX AOMOJIHUTENbHbIX pe3yabTaTax
NCCNeA0BaTENbCKUM MEAULIMHCKUM LieHTpom1®,
B UK Biobank npu npoBeaeHUM reHeTUYECKNX UC-
CNefoBaHWUM B HETEPANEeBTUYECKUX LENAX K/IUEHT,
HaNpoTMB, NPeAyNpeXKAaeTca 0 TOM, YTO OH He Mno-
JIYYUT HUKAKUX JONONHUTE/IbHBIX SAaHHbIX Nocne
nepBoOHaYyaIbHOrO NPeAOoCTaB/AeHUA Pe3y/bTaToB
TecTa Unu Koraa-nnbo B byayuwem (gaHHoe yc-
JIOBME BK/IIOYAETCA B coaeprkaHme nHpopmupo-
BAHHOTO cornacusa, NoAnucbIBaeMoro nepeg, npo-
BegeHnem mccnenosaHna)20. B onpeaeneHHbIx
oTpacnax MeauUnHbl (OHKONOTUSA, PeNnpPoaYKTUB-
Has mMeauuMHa U 4p.) NauMeHT npeaBapuTenb-
HO onpalMBaeTca Ha NpeaMeT ero cornacus Ha
nony4yeHue pesynbLTaToB UCCNefoBaHUA YneHa-
MM ero cembm B byayuiem — Takol noaxon npu-
HAT, K npumepy, B Centre for Personalised Cancer
Treatment’s studies (Hnaepnanabi)?l,

LWnpokoe npumeHeHne metogos NGS obycnas-
NinBaeT NonbITKM HaUTU 06LWMIN NoAXo4, K peLue-
HUIO Npob6aeMbl MOBTOPHOM CBA3M C KIMEHTOM
Ha YPOBHE MeXAyHapOoAHbIX MPOodecCcMOoHaIbHbIX
0b6beaANHEHMI CNeunanmncToB No reHeTuke. Hanpu-
mep, EBponeickoe 06LecTBO reHeTUKU YeNoBeKa
«leHeTuKa» (ESHG), oTmeuasn, 4To Kaxkaoe rocy-
0APCTBO A0/IKHO pa3pabaTbiBaTb COBCTBEHHYO
NOAUTUKY B chepe reHeTUYeCKnX nccaenosaHni
C Y4ETOM 3KOHOMMUYECKUX PECYPCOB U YPOBHS pas-
BUTUA MONEKYNAPHO-TeHETUYECKUX TEXHONOTUN,
pekomMmeHayeT crneumanmctam B chepe reHeTUKK
Mo BO3MOHOCTM BbIXOAUTb HA KOHTAKT C KAUEH-
TOM NPY NONYYEHNUN HOBOW KAMHUYECKU 3HAUYMMOW

16 Cm.: Regulation (EU) 2016/679 of the European Parliament and of the Council of 27 April 2016 on the

17

18

19

20

21

protection of natural persons with regard to the processing of personal data and on the free movement of
such data, and repealing Directive 95/46/EC (General Data Protection Regulation) // URL: https://eur-lex.
europa.eu/legal-content/EN/TXT/?qid.

Cm.: Jane Ryan, Alice Virani, Jehannine C. Austin. Ethical issues associated with genetic counseling in the
context of adolescent psychiatry // Applied & Translational Genomics. 2015. Vol. 5. Pp. 23—29.

Cm.: Megan Allyse, Marsha Michie. Not-so-incidental findings: the ACMG recommendations on the reporting
of incidental findings in clinical whole genome and whole exome sequencing // Trends in Biotechnology. 2013.
Vol. 31. Iss. 8. Pp. 439—441.

Cm.: Algemeneinkoopvooorwaarden (naam UMC: VU medisch centrum versie 1 september 2016) // URL:
https://www.vumc.nl/web/file?uuid=0ea5c81d-9a70-42c7-aeb4-37d6585e0cbb&owner=5ec2d559-9d3f-
4285-8cbd140ab =3254&disposition=inline.

Cm.: Material Transfer Agreement for data and/or samples // URL: http://www.ukbiobank.ac.uk/wp-content/
uploads/2012/09/Material-Transfer-Agreement.pdf.

Cm.:Ellen H. M. Moors, PiretKukk Fischer, Wouter P. C. Boon, Frank Schellen, Simona O. Negro. Institutionalisation
of markets: The case of personalised cancer medicine in the Netherlands // Technological Forecasting and
Social Change. 2018. Vol. 128. Pp. 133—143.
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nHpopmaumn?2, ACMG Kak npodeccroHanbHoe
obbeanHeHune cneymanncTos B chepe megmumnH-
CKOWM reHeTuKM GopmynmpyeT «3Tuyeckoe obs3a-
TeNbCTBOY, TpebytoLlee XoTA 6bl «MONbITKN» BbIATH
Ha CBA3b C KAMEHTOM MPU BO3SHUKHOBEHUN 06-
CTOATENbCTB, CNOCOOHbIX OKa3aTb CyLLECTBEHHOE
BAVSIHWE Ha COCTOAHME €ro 340P0BbA U CTPATETNIO
neyennaZ3, B 1o ke spema u ACMG, n ESHG pas-
rPAaHNYMBALIOT STUYECKUE TPeBOBAHMA U lopUanYe-
CKYt0 06A3aHHOCTb NO NPEAOCTAaBAEHUIO AOMNONHU-
TeNbHOM MHGOPMaLMK, Nonaras, 4To nocnenHAnA
MOMET ObITb BO3/10XKEHA Ha CNeLMaancTa ToNbKo
B TOM C/ly4ae, ec/iv NoslyYeHHble pe3yabTaTtbl UMe-
tOT CyLLLeCTBEHHOE 3HaYeHMe, a UHPOpPMUpPOBaHME
He TpebyeT Ype3mepHbIX 3aTpar.

B cneuunanmMsmMpoBaHHOW nTepaType crnpaBes-
JIMBO OTMEYaeTCs, YTO BK/OYEHWE B HaLMOHa/ b-
HOe 3aKOHOAATEeNbCTBO MM NPOodecCnoHaNbHbIE
CTaHZApPTbl HOPM, 06A3bIBAIOLLMX NPEAOCTABAATD
nauneHTy ntobyto MHGopMaLMIo O NepeoLeHKe
paHee NosyYeHHbIX Pe3yNbTaToB, CAYXKMUT OCHOBa-
HWeM ANA HeoNpPaBAAHHOMO pacwmnpeHus chepsl
OTBETCTBEHHOCTU Creumanncta B chepe reHeTUKU
B OTHOLLEHWUN BCEX CBOMX NPOLL/bIX U HACTOALLMX
naumeHToB?4, MpK 3TOM CUCTEMaTMHECKOe 06HOB-
JleHne NoNyYeHHbIX pPe3ybTaToB U BeAeHME Heob-
XOAMMOW ANA 3TOro OTYETHOCTU OTB/IEKAET BECbMA
CyLLecTBEHHblE JOMNONHUTENbHbIE pecypcbl. Obpa-
LLaeTca BHMMAHME TaK¥Ke Ha TOo, YTO 0653aHHOCTb
no NpefocTaBAeHNIO MHGOPMALMM O COCTOAHUN
3/10pOBbA HE MOXKeT bbITb pacnpocTpaHeHa Ha
1L, He HaZeNeHHbIX B aHHbIA MOMEHT CTaTycoM
naumeHTa. B sTom KOHTEKCTe NpeacTaBaseT 0co-
OblIi MHTEPEC NO3ULMA, COMACHO KOTOPOW creayeT
pasfnnMyaTb NPaBOBble NOCNEACTBUA FEHETUYECKMX
nccnenoBaHUA, NPOBOAUMBIX ANA LeNel nonyye-

HUA MHOPMaLUKM B LENOM U OA5 Lenen onpeae-
JIeHUA cTpaTernmn e4eHnn Npu HaMYnum PUCKOB
Pa3BUTMA KOHKPETHOIO reHeTUYecKn obycnoBNEH-
Horo 3abonesaHuA®>. B nociegHem caydae nony-
YyeHue AOMNOAHUTENbHON NHPOPMALUM, MMeEIOLLLEN
3HaYeHWe ANA NNAHUPOBAHMUA SIeYEeHUA, BXOAUT
B UMCNO «PA3YMHbIX OXUOAHUN» MALLUEHTOB.
B fonosHeHMe K 3TOMy Ha ypoBHe npodeccuo-
HaNbHbIX COOBLLECTB CNELMNANMUCTOB NO reHeTUKe
0CO3HaeTcA Hasinvme sTu4eckoro 06a3aTenbCTBa,
0603Havaemoro Kak 06sa3aTenbCcTBO «nNpeaynpe-
ANTb M CNACcTM», CBA3AHHOIO C NPeAoCTaBAEHNEM
nHbopmMaLunm, Hecyllelh B cebe CylecTBeHHble
PUCKKU 1A KU3HWU U 300POBbA NaLMeHTa UAN ero
POACTBEHHUKOB.

CnepyeTt OTMETUTb, YTO YCTAaHOBAEHWE 06A3aH-
HOCTM NO BTOPUYHOMY OB PALLLEHWNIO K MAUMEHTY Ha
YPOBHe 3TUYeCKNX TpeboBaHMI NAK roCcyaapCTBEH-
HOro NPaBOBOrO PEryAnpoBaHMA NOPOXKAAET PAS,
CBA3aHHbIX BONPocoB. Tak, coxpaHaeTca Heonpe-
OeNeHHOCTb B BONPOCax 0 TOM, HEO6X0ANMMO N
npeaBapuTebHOE Coracue NaLMeHTa gaa nocne-
AytoLwero noBTOpHOro obpalleHus, Kakas UMEHHO
MHPOPMaLMA [OMKHA NPeAOoCTaBAATLCA BTOPUYHO
(T.e. AeMCTBYET NN 30€Cb KPUTEPUI KKNTUHNYECKOM
3HAYMMOCTU» UM peYdb UAET O 1t060N HOBOM MH-
dbopmaumn) n 06a3aH M cam NaLNEHT UHULUK-
poBaTb NosydyeHMe A4ONOJHUTENbHON MHPOPMa-
LMW O pesynbTaTax nccaenoBaHusa. B HeKoTopbIx
NpPaBoOBbIX CUCTEMAX OTBETCTBEHHOCTb 33 HENpPeAo-
CTaB/ieHWe AOoNOAHUTEIbHOM MHbOoOPMALMK YCTa-
HaB/IMBaETCA TO/NIbKO B TOM CAy4ae, ec/n Takan
MHPOPMALMA CONPANKEHA C YIPO30M NPUYNMHEHUA
¢dusnyeckoro spenaZ®. B 1o ke Bpems, NOCKO/b-
KY NauMeHTbl MMeIT NPaBO Ha NOAyYeHUE UH-
dopmaumm B COOTBETCTBUM CO CT. 8 EBponeicKom

22 Cm.: Guido de Wert. Human germline gene editing. Recommendations of the European Society of Human
Genetics and the European Society of Human Reproduction and Embryology // Reproductive BioMedicine
Online. 2019. Vol. 38. Supplement 1. Pp. 61—62.

3 Cm.: R Kodeih, B Rittenhouse. PMD91 — American College of Medical Genetics (ACMG) Recommendations
for Newborn Screening (NBS) for Biotinidase Deficiency (BIOT): The Influence of Uncertainty Due to Missing
Data // Value in Health. 2018. Vol. 21. Supplement 1. P. 174.

24 Cm.: Yvonne Bombard, Kyle B. Brothers, Sara Fitzgerald-Butt, Nanibaa’ A. Garrison, Leila Jamal, Cynthia A.
James, Gail P. Jarvik, Jennifer B. McCormick, Tanya N. Nelson, Kelly E. Ormond, Heidi L. Rehm, Julie Richer,
Emmanuelle Souzeau, Jason L. Vassy, Jennifer K. Wagner, Howard P. Levy. The Responsibility to Recontact
Research Participants after Reinterpretation of Genetic and Genomic Research Results // The American
Journal of Human Genetics. 2019. Vol. 104. Iss. 4. Pp. 578 —595.

% Cm.: Kathleen T. Hickey, Jacquelyn Y. Taylor, Taura L. Barr, Nicole R. Hauser, Haomiaolia, Teresa C. Riga, Maria
Katapodi. Nursing genetics and genomics: The International Society of Nurses in Genetics (ISONG) survey //
Nurse Education Today. 2018. Vol. 63. Pp. 12—17.

%6 Cm.: Jennifer Viberg Johansson, PidrSegerdahl, Ulrika HéstereyUgander, Mats G. Hansson, Sophie Langenskiéld.
Making sense of genetic risk: A qualitative focus-group study of healthy participants in genomic research //
Patient Education and Counseling. 2018. Vol. 101. Iss. 3. Pp. 422—427.
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KOHBEHLMW O 3aLMTe NPas YeN0BEKA M OCHOBHbIX
cBob60a?’, pelneHme o packpbITUM MHGopMaLmUm
TaKKe MOMeET 6bITb PaCNPOCTPAHEHO HA CBEAEHMS,
He MMeloLLMe HENOCPEACTBEHHOTO KNMHUYECKOro
3HayYeHus.

Kak y»Ke yKa3blBasioCb HaMU NPUMEHUTENIbHO
K C/Iy4aliHbIM Y BTOPUYHbIM pe3y/ibTaTam ncce-
[OBaHMA, BCErAa CyLLEeCTBYeT ONacHOCTb TOTO, YTO
nosTopHoe MHpopmMmmnpoBaHue ByaeT Hexena-
Te/IbHbIM, TaK KaK HapyLIMT Npaso nalueHTa «He
3HATb» MM AaXKe MNPUYUHUT NCUXONOTMUYECKUN
BpeA. C Apyroit CTOPOHbI, BO3MOXHOCTb NPeaoT-
BPaLLEHUA NPUYMHEHMSA BPEAa 340P0BbIO TaKXKe
He MO3KeT 6bITb MPOMrHOPMPOBaHA MeaUKaMM.
HakoHeL,, OTHOCMTeIbHO 065A3aHHOCTM NaUMeHTa
MHULMMPOBATb NOJAYYEHUE AOMONHUTENLHON UH-
bopmaumm o pesynbTatax MCCAeA0BaHUA HEKOTO-
pble aBTOPbl OTMEYAIOT, YTO TO/IbKO TaKOM Noaxop,
noseonseT obecneynTb peannsaumnio aBTOHOMMM
BO/IV NaUMEHTa, 3aLMTY KOHPUAEHUMANBHOCTH
nosiy4yeHHon MHGopMaLMK, a TaKKe NPensaTcTBy-
eT Heo6OoCHOBaHHOMY UCMO/1b30BaHMIO MaTepu-
anbHbIX pecypcos?®. lpyrue aBTOPbI, OAHAKO, Bbl-
CKa3blBalOT 060CHOBAHHbIE BO3PaKeHMs, nosaras,
YTO He BCe naumeHTbl 061a4at0T 4OCTaTOYHbIM
YPOBHEM 3HaHWIA, NO3BOAIOLLMM Npeanosiaratb
BO3MOXHYIO NMepeoLeHKy pe3y/ibTaToB reHeTuye-
CKMX UCCNEA0BaHWIA, B CBA3W C YEM HACTOATENbHO
pekomeHayeTcs MHGOPMMPOBATL NaLMEHTOB O Ta-
KO BO3MOKHOCTM Ha 3Tane 4aym MHGOPMMPOBaH-
HOro cornacua Ha nposegeHune TectaZ’,

B LENOM MOMKHO 3aKNH0UYUTb, YTO AANEKO He
BCE acneKTbl OpraHM3aumMn 1 NPoBeaeHUn reHe-
TUYECKUX MCCNea0BaHMN MOTYT BbITb yperyanpo-
BaHbl HA 3aKOHOAATe/IbHOM YpOBHe. Beuay He-

LenecoobpasHOCTM YCTAaHOBAEHUA HOPULUYECKON
06A3aHHOCTM N0 MHGOPMUPOBAHMIO NMALMEHTA
0 OONONHUTENbHbIX pe3ynbTaTax MCCAef0BaHUA,
npeacTaBaseTcs Heobxoanmon paspaboTKa npo-
deccnmoHanbHO-3TUYECKMX CTAaHAAPTOB Ha YPOB-
He camoperyampyembix OpraHnsaLmii reHeTUKOB,
pPEKOMEHAYOLWMX OCYLLEeCTBNATL Takoe UHPop-
MMPOBaAHME B KOHKPETHbIX CAy4yasx, Korga no-
TeHUManbHaa Nonb3a ANA NauneHTa aBnaAeTca
3HAUYUTENIbHOM, a AONO/IHUTE/IbHA HarpysKa Ha
cneuManucTa He CAUWKOM 3aMeTHa. Heobxoau-
MO yBaXKaTb YaCTHYIO KM3Hb YE/IOBEKA U «MPaBO
He 3HaTb» O pe3y/ibTaTaX reHeTUYECKOro TecTa Ha-
paBHe C NPaBOM NaLMeHTa Ha noayyeHne obbek-
TUBHOW MHPOPMALMM O COCTOAHUN €ro 340POBbA.
OpHako H6anaHc mexay aBTOHOMMUEN BOAW NLA
N 06BbEKTUBHBIM MHGOPMMPOBAHMEM LOCTUIAETCA
nocpeacTBOM NpeaBapuUTEbHOTO KOHCY/IbTUPOBA-
HWMA NO BONPOCAM, KacaroLMMCA He TO/IbKO PUCKOB
M nocnencTBMn reHeTUYECKOro TecTa, HO U BO3-
MOHOCTEN NepeoLeHKM ero pesyabTaToB U uUx
nocneayowero UCNoNbL30BaHUA B chepe obuue-
ro 34paBooxpaHeHus. PekomeHayemble K paspa-
60TKe NpodeccnoHabHO-3TUYECKMe TpeboBaHMA
[AO/KHbI COAepKaThb B cebe nepeyeHb KOHKPETHbIX
reHeTUYEeCKNX aHOMaINi 1 3aboseBaHni, oTHoCA-
LLMXCA K CYYaHbIM U BTOPUYHbBIM pe3yibTaTam
nccaeaoBaHUA M cOObLLLaEeMbIM HE3AaBUCMMO OT
BO/JIEM3bABNEHUA NaLMeHTa. KoOHKpeTHoe pyKo-
BOACTBO, NPUHMMAEMOE HA YPOBHE CamMoperynu-
pyemoli opraH1sauum CneLmannucToB No reHeTUKe,
TaKKe O0MKHO onpeaenaTb NOPALOK AEACTBUN
M POSIN BCEX BOB/IEYEHHbIX CTOPOH (cneunannctos
M MauMeHTOoB) B MpoLLecce PackpbITUA MHPOpMa-
UMK O pe3ynbTaTax uccnenoBaHums.
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Abstract. The paper deals with the problems of development of professional and ethical requirements in the
field of information sharing about the progress and results of genetic research. The author substantiates the
conclusion about the need to adopt such requirements at the level of self-regulatory organizations of geneticists
These requirements should include the provisions on additional information, providing information about
secondary and random test results in specific cases where the potential benefit for the patient is significant, but
the additional load on the specialist is not too noticeable. The requirements should contain a list of specific genetic
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abnormalities and diseases related to random and secondary results of the study and reported regardless of the
patient’s will, as well as the procedure and role of all involved parties (specialists and patients) in the process of
disclosure of the results of the study.

Keywords: genetic research, specialist, genetics professional community, self-regulation, government regulation.
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