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NpaBoBOro perynupoBaHUA HeMpPOreHeTUKM
B Poccuinckon Qepepaunn

AHHOmayusA. HeiporeHeTMKa — HbICTPO pa3BMBaKOLLAACA 061aCTb TEHETUKM, BaXKHAA AN ANArHOCTUKW, nede-
HUA U NPOOUAAKTUKM HEBPONIOTUYECKMX PACCTPOMCTB. B cTaTbe NoapobHO paccmaTpmBatoTCA NPaBOBbIE aCNeKTbl
HeMNporeHeTMKK, OTHOCALLMECA K NMOPAAKY NPOBEAEHUA HEMPOreHeTUYECKOro TECTUPOBAHUA U UCMONb30BAHUSA
€ro pesynbTaToB ANA PAa3BUTUA NEPCOHANN3NPOBAHHON MeaULMHbI, aHAIU3UPYIOTCA BUAblI HEMPOreHETUYECKOTO
TEeCTUPOBaHUSA, NpobaemHble BONPOChI Noay4eHUa MHGOPMUPOBAHHOTO COrNacua, NPoOBeAEHUA HEMHBA3UBHOTIO
npeHaTa/bHOro TecTMpoBaHuA. 1o MHEHUIO aBTOpa, NOTEHLMAN UCNOb30BAHUA HEMPOreHEeTUKU Henocpea-
CTBEHHO 3aBUCUT OT HaA/1eXKallLero NPaBoBOro peryiMpoBaHna NnopagKka NpoBeaeHMA HEMPOreHEeTUYECKOro
TECTMPOBAHMUSA, C NOMOLLbIO KOTOPOro MOTYT BbITb BblAIBAEHbI CNEeLMbUYECKME TEHETUYECKME MYTALLMM, CBA3AHHbIE
C BO3HMKHOBEHWEM HEBPOJIOFMYECKUX PACCTPOMCTB. BMecTe ¢ TeM MHOTMe acneKTbl HEMPOreHEeTUYECKOro TECTU-
pOoBaHMA, BKAOYAA KOHPUAEHLMANBHOCTb, FEeHETUYECKYIO ANCKPUMUHALMIO M NOPAAOK COOBLLEHMA pe3ynbTaToB
TECTUPOBAHUA, TPeOYIOT 3aKOHOAATENIbHOM perlaMeHTauumn. AgekBaTHOe NPaBOBOE peryanMpoBaHne No3BoaAnNT
PacKpbITLCA UCCNef0BATENILCKOMY NOTEHLMANY HEMPOreHEeTUYECKOTO TECTUPOBAHMWA, HOBEMLLINX ANATHOCTUYECKUX,
NPOGUNAKTUYECKUX U KTMHUYECKUX MHCTPYMEHTOB, aAanTUPOBAHHbIX K UHAMBUAYAbHbIM HEMPOreHETUYECKUM
npodpunam. HopmatTuBHas pernameHTauns NPUMeHeHUsa HelporeHeTUKKN ByaeT cnocobcTBOBaThL MNOBbLIWEHUIO
[OCTYMHOCTU HEMPOreHETUYECKOTO TECTUPOBAHUA U NEYEHUA, KPUTUUECKN BaXKHbIX A1 YMEHbLUEHMA BpemeHu
HEBPO/IOTMYECKUX PACCTPOMCTB.
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Abstract. Neurogenetics is a rapidly developing field of genetics that is important for the diagnosis, treatment,
and prevention of neurological disorders. The paper scrutinizes the legal aspects of neurogenetics related to the
procedure for conducting neurogenetic testing and the use of its results for the development of personalized
medicine. The author analyzes the types of neurogenetic testing, problematic issues of obtaining informed consent,
and conducting non-invasive prenatal testing. According to the author, the potential use of neurogenetics directly
depends on proper legal regulation of the procedure for conducting neurogenetic testing, which may be helpful
in identifying specific genetic mutations associated with the occurrence of neurological disorders. However, many
aspects of neurogenetic testing, including confidentiality, genetic discrimination, and the procedure for reporting
test results, require legislative regulation. Adequate legal regulation will enable the full potential of neurogenetic
testing, including the latest diagnostic, preventative, and clinical tools tailored to individual neurogenetic profiles.
Regulatory guidance on the use of neurogenetics will facilitate increased access to neurogenetic testing and
treatment, which are critical to reducing the burden of neurological disorders.
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BBepeHue 1 N0CTaHOBKA ﬂpOGﬂEMbI

CTpemAcb NOHATb YCTPOICTBO YE/T0BEYECKOrO MO3-
ra, ydeHble Bcé 60/blue 0bpallatoT CBOe BHUMAHNE
Ha C/I0XKHOE B3aMMOZAENCTBME MEXKAY FeHETUKOMN U
Helponcuxonoruen. 3Ta passmBeatolLasnca obnactb
3HAHWA, U3BECTHAA KaK HEMPOreHeTMKa, NPU3BaHa
onpeaennTb, KaKMM o0bpasom reHeTuyeckme dak-
TOpPbI BAMAIOT Ha CTPYKTYPY U PYHKLMM MO3ra, B
KOHeYHOM uTtore GopmMmnpya Hawun MbICAU, IMO-
UMM 1 nosedeHue. HemporeHeTuKa 6a3npyeTtcs
Ha HECKONbKUX NonoxeHusax. CornacHo nepsomy,
MMEHHO Ye/I0BeYeCKMii reHoMm (coaepsKallmini npu-
mepHOo 20 Tbic. — 25 TbiC. reHOB) ABNAETCA KO-
YeBbIM 31EMEHTOM Pa3BUTMA, OPraHU3aLmn u
dYHKUMOHMpPOBaHUA HEPBHOI cucTembll. Bropoe
NONOXKEHME UCXOAMUT U3 TOTO, YTO FreHbl UrpatoT
peLlatoLLyo posb B POPMUPOBAHUM apXUTEKTYPbI
MO3ra, perympoBaHnun HempomeamaTopos, PyHK-

LMOHMPOBAHMM CUHANTUYECKUX CBAZEN, IEXKALLMX
B OCHOBE MPOL,ECcCOB NO3HAHUA. [LOCTUKEHUS B
0621aCTM reHeTUKK, B YaCTHOCTM MeToAbl NOSHO-
reEHOMHbIX acCOLMaTMUBHBbIX UccneaosaHmii (GWAS),
CEKBEHWPOBaHMA U PefaKTUPOBaAHMA FeHOB, No-
3BO/ISAILOT ONpPEeAennTb KOHKPETHbIE reHeTUYecKkue
MYTaLMK, CBA3aHHbIE C PAa3/IMYHbIMWU HEBPOIOTU-
YEeCKMMM U MCUXMATPUYECKMMM PacCTPOMCTBAMU,
W NPOANBAIOT CBET Ha MOJIEKY/IAPHbIE MEXaHU3Mbl,
nopoxpgatouwme nogobHble HapyweHna. Coob-
Pa3HO 3TUM 3HAHMAM MOTYT BbITb pa3paboTaHbl
HOBble CPeaCcTBa ANArHOCTUKM, NPODUNAKTUKMN U
NleYyeHusn, aganTMpPoBaHHbIe K UHAMBUAYaNbHbIM
reHeTu4yeckmm npodunam. KoHeyHasa Lenb Henpo-
reHeTUYeCKUX UccneaoBaHNin — BblpaboTKa nep-
COHA/IM3MPOBAHHbIX TEPANeBTUYECKUX MPAKTUK U
3P deKTUBHbIX CTpaTernii n1eYeHunn, NocpeacTsom
BHEAPEHUA KOTOPbIX ByayT CMArYeHbl HEraTUBHbIE
nocieAcTBMA HEBPOIOTMYECKUX M NCUXMATPUYE-

1 Scult M. A brief introduction to the neurogenetics of cognition-emotion interactions // Current Opinion in

Behavioral Sciences. 2018. Vol. 19. P. 50-54.
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CKUX PacCTPOMNCTB KaK A5 OTAENbHbIX UL, TaK U
Ana obuiectsa B LEESIOM.

B pamKax HellporeHeTU4YeCcKnX nccaeaoBaHuni
Y*Ke BblABNEHbI FEHETUYECKME OCHOBbI MHOTMX HEB-
POJIOFMYECKUX PACCTPOMCTB. TaK, y4eHbIMU-HENPO-
reHeTMKaMu 0Ka3aHo, 4YTo 6osie3Hb Anbureimepa,
60ne3Hb MNapKMHCOHa, WK30dpeHns, paccTpomncTaa
AyTUCTUYECKOrO CNeKTpa 1 genpeccua obycnos-
NleHbl HAaIYMEM ONpeseneHHOro reHeTUYeCKoro
KOMMoHeHTa?. Hanpumep, nccnenosarenn obHa-
PYXWUAN MyTaummM B TaKnX reHax, Kak APP, PSEN1
n PSEN2, KoTOpble cBA3aHbI C MOBbIWEHHbIM pUC-
KoM 60/s1e3HU A/blLreMmepa — NpPorpeccupytowero
HeWpoaereHepaTMBHOIO PACCTPOMCTBA, XapaKTepu-
3YIOLLLEroCcA CHUXEHMEM KOTHUTUBHbIX QYHKLNMI U
noTepei namatn3. AHanormYHbIM o6pPa3om Takume
reHbl, Kak DISC1, CACNA1C n GRIN2B, cBa3aHbl C
wusodppeHuneir*. MogobHbie OTKPLITUA B 0bnacTu
HelporeHeTUKM TPaHCHOPMUPYIOT COBPEMEHHOE
npeacrtaBneHne o B3aMMOCBA3AHHOCTU FEHOB,
Mmo3ra v nosegeHuaA. CoueTaHME NHCTPYMEHTApUA
reHeTUKN, HEBPOIOTUM U NCUXONOTUMN, NpUcyLLee
HelporeHeTMKe Kak MeXaUCLLUNAMHAPHOMY Ha-
npas/ieHnto, 0bycnaBAMBaET U pa3HoOObpasme npa-
BOBbIX BOMPOCOB, COMYTCTBYIOLLMNX €€ PA3BUTUIO.

MpeacTaBnaeTca, 4TO OHO BO MHOTOM 33aBUCUT
OT HaZ/1eXKalllero NPaBoBOroO PEryIMPOBaHUA HEN-
poreHeTUKK, B 0cOBEHHOCTN NopsAAKa NpoBeaeHUA
M UCMNO/Ib30BAHMA pe3ynbTaTOB HeMporeHeTnye-
CKOTO TECTMPOBAHMSA, B XOAE KOTOPOrO BbIABAAETCA
MHPopMauma O reHeTUYECKMX OCHOBAxX U MexXa-
HM3MaX BO3HUKHOBEHWA HEBPOOTMYECKUX pac-
cTpoucTs. HecmoTpA Ha OTMEYEHHYH 3HAYMMOCTb
HeMporeHeTUYeCcKOro TeCTUPOBAHUA ANa uenen
AanbHeuwero yrnybneHunsa nccaenoBaTesibCKkoro
MOTEHLMANA HEMPOTEHETUKM, MHOTWE KacatoLmecs
€ro BOMPOCHI HYKAAKTCA B COBEPLLIEHCTBOBAHUM
Ha 3aKOHOAATE/IbHOM YPOBHE. BHUMaHMe 3aKo-
HogaTensA A0MKHO ObiTb 06palleHo Ha npobaemy
reHeTUYeCKoM AMCKPUMMHAUUM, cneundury nony-

YyeHUA MHGOPMMPOBAHHOIO COr/IacKA NpPU Helpo-
reHeTUMYeCKOM TECTUPOBAHMU N HEMHBA3UBHOM
npeHaTa/sibHOM TECTUPOBAHUM Ha HEMPOTEHETU-
YyecKue COCTOAHMUS.

0cobeHHOCTH HeﬁporeHeTuquKoro TecTupoBaHua
1 ero snabl

[anbHelilwee coBepLIEeHCTBOBAHNE HENpoOreHe-
TUYECKOro TeECTUPOBAHUA ABNAETCA CTUMYIOM
Ana npeobpasoBaHMs BCel Napaanrmol eveHns
HEBPOJIOrMYECKUX PACCTPOMCTB B CTOPOHY nep-
COHANN3NPOBAHHOM MeaAnLUNHbI, PYyHAAMEHT KO-
TOPOW COCTABNAIOT TEpaneBTUYECKME MPAKTUKN,
a[aNTUPOBAHHbIE K YHUKA/IbHOMY FeHETUYECKOMY
npoduato naumneHTa. CooTBETCTBEHHO, Hay4YHO-
nccnenoBaTeNbCKME BOSMOXKHOCTU HelporeHe-
TUYECKOro TECTUPOBAHMUA MOTYT BbITb MCNONB30-
BaHbl A1A YAYYLEHNA KU3HM MHOXKECTBA NtOAEN,
CTpaZaloLmx HEBPONOTMYECKMMM 3a60NEBAHMAMM.
[Ona NoHMMaHKUA cneunduUKn HelporeHeTUYeCcKoro
TECTMPOBAHMA HEOBXOAMMO OTMETUTb, YTO OHO
npou3BoAnUTCA Ha OCHOBe aHanu3a [AHK yenoseka
Ha NpegMeT HaIMYnA reHeTUYECKMUX BAapMaHTOB,
CBA3aHHbIX C HEBPOJIOrMHYECKMMU COCTOAHMAMM®,
PesynbTaThl NOAO6HOMO TECTA COAEPIKAT LEHHYIO
MHbOpMaLMIO O reHeTUYecknx dpakTopax pucka
Pa3BUTMA NCUXMYECKUX PACCTPOMCTB. ITN CBEAEHUA
NMO3BONAIOT HE TO/IbKO NPOBOAUTL HEOBXOAMMYIO
Tepanuio N NepcoHaNN3NPOBaTb NIaHbI IeYEHUA,
HO M NPUHUMaTb NPodUNAKTUYECKME MEpbI.
BbloenaoT HECKONbKO BUAOB HEMpOreHeTMYe-
CKOFO TECTUPOBAHMA, KaXKAblih U3 KOTOPbIX aaan-
TMPOBAH K KOHKPETHbLIM LLESIAM U XapaKTepusyeTca
cneunduKkon nposeaeHus. K nepsomy Buay oTHo-
CUTCA ANATHOCTUYECKOE TECTUPOBAHME, KOTOPOE
Ha3Ha4yaeTcA MegULMHCKUM paboTHMKOM Npu Ha-
JIMYUM KIMHUYECKMX CUMINTOMOB ONpeaeneHHoro
HEBPO/IOrMUYecKoro pacctpoiictaa®. Mpu BbiABe-

2 Gandy S. APOE e4 status and traumatic brain injury on the gridiron or the battlefield // Science Translational

Medicine. 2012. Vol. 4. No. 134. P. 1-3.

Carrillo M. Can we prevent Alzheimer’s disease? Secondary “prevention” trials in Alzheimer’s disease //

Alzheimer’s & dementia : the journal of the Alzheimer’s Association. 2013. Vol. 9. No. 2. P. 123-131.
4 Schneider S. Genetic testing for neurologic disorders // Seminars in neurology. 2011. Vol. 31. P. 542-552.
5 Lynch D. Neurogenetics: Scientific and Clinical Advances. CRC Press, 2006. P. 87.

& Schneider S. Op. cit. P. 542-552.
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HMUW B XOAE TAaKOrO TECTUPOBAHMA reHETUYECKMX
MyTaLUmii AU BapuaLmi, CBA3aHHbIX C KOHKPETHbIM
3aboneBaHmem, Bpay CTaBUT COOTBETCTBYHOLLUN
AVarHos n onpegenset ONTUMasbHbIM BapuaHT
neyeHus. [InarHocTMYecKoe HeMporeHeTMYecKoe
TeCTUpoBaHME MOXKET MOMOYb BbIIBUTb FEHETH-
YyecKme OCHOBbl HEBPONOFMYECKNX PACCTPOMCTB
Ha paHHel cTagumn, 4To KpaliHe BaXKHO A/1s cBoe-
BPEMEHHOI0 NPUHATUA HEOBXOANMBIX Mep Meau-
LMHCKOro BMeLLaTenbcTBa. Ko BTopomy BMAY TeCTU-
pOBaHUA — MPOrHocTM4ecKoMmy — obpalatotca
NPeMMyLLECTBEHHO INLA C CEMEHbIM aHAMHE30M
crneundmryYecKoro HeBPOIOrMYECKOro PacCTPOMCT-
Ba, Xenatowme nony4yntb MHGOPMaLUIO O reHe-
TUYECKUX PUCKAX BOSHUKHOBEHMA 3aboneBaHusA
B 60s1ee no3gHem Bo3pacrte’. 3HaHUA O reHeTude-
CKOM NpeapacnonoKeHHOCTU MOoryT bbITb noses-
Hbl AN5 BblIbopa mep NpodUNaKTUKN, Hanpumep
n3MmeHeHuns 06pasa KMU3HU UAN NEPUOLMUYECKOTO
MOHUTOPMHIA COCTOAHUA 340p0BbA. Kpome TOro,
NMPOrHOCTUYECKOE TECTUPOBAHME aKTyaIbHO Npw
nAaHMpoBaHMM bepemeHHOCTU. B AaHHOM cnyyae
TECT NPOBOAMTCA ANA BbIABIEHUA HOCUTENA OAHOWM
KOMMW MyTUPOBAHHOIO reHa, OTBETCTBEHHOTO 3a
peLeccMBHOe reHeTuyeckoe 3abonesaHue (Hanpu-
mep, 6onesHb Tea — CaKca UM CMHANbHAA Mbl-
weyHas atpoduma). Camun HOCUTENN, KaK NPaBUIo,
3[10pOBbl, HO MOTYT NepeaaBaTb MyTUPOBAHHbIN
reH NoToMKam. Takum obpa3om, NPOrHOCTUYECKOE
TECTMPOBaHME NO3BONAET OLEHUTb FEHETUYECKYIO
npeApacnosoKEHHOCTb K HEBPOOTMYECKMM pac-
CTPOMCTBAM U PUCK UX HAaCNeaCTBEHHOM nepeaauyn.

Llenb HeMporeHeTU4YeCKOro TecTMpoBaHUA
TpeTbero sBuga — papMaKkoreHOMHOro — onpege-
NleHne reHeTUYEeCKoM peakuyumn YenoBeKa Ha megu-
UMHCKMe npenapaTbl, HA3HaYaemMble Npu JeYeHnn
HeBpOJIorMYecKmx paccTpoiictsd. MpounssoauTtca
OHO ¢ 0b6s3aTeNIbHbIM y4acTUEM MELULMHCKOTO
paboTHMKA, KOTOPbIN aHAaNU3UPYET reHeTUYecKne
Bapuauum, ceasaHHble ¢ meTabonnsmom u ad-

7

deKTUBHOCTBIO NeKapcTs. C nomolbio dapmako-
reHOMHOrO TECTUPOBAHUA Bpay MOXKeT BbibpaTb
Hanbonee noaxoaaLMe NEKAPCTBA U UX LO3NPOBKM
A9 OTAeNbHbIX NauMeHToB. HecmoTpa Ha cneyu-
bUYHBIE YepTbl, NPUCYLLME KaXKAOMY U3 Ha3BaHHbIX
BMAOB HEMPOTrEHETUYECKOTo TECTUPOBAHMUSA, K X
K/H04YEBbIM KOMMOHEHTAM OTHOCATCA: MHGOPMMU-
poBaHHOe cornacue, cobaogeHe NPUHLMNG aBTo-
HOMWM TECTUPYEMOTO /INLA, IMYHOE PacKpbITUE
pe3y/bTaTos.

Cneunduka MHGOpMMPOBaHHOTO cornacus
B KOHTEKCTe HeifiporeHeTHKm

BBuay CTPEMUTENBHOTO Pa3BUTUA HEMPOTEHETUKM U
BbISAB/IEHUSA rEHETUYECKMX OCHOB HEBPOIOrMYECKMX
PacCTPOMCTB Ha NepBbIl N/1aH BblABUIAETCA MHOXe-
CTBO NPaBOBbIX BOMPOCOB, Kacalolmxcsa nposese-
HWUA HEMPOreHeTUYECKOro TeCTUPOBAHMS, Pe3y/b-
TaTbl KOTOPOTO MOTYT CEPbE3HO MOB/UATL Ha ¥KMU3Hb
TecTupyembix nmu,. CoobpasHO aTOMY KAHOUYEBbIM
KOMMOHEHTOM HeMporeHeTUYeCcKoro TeCTUPOBaHUA
ABNAETCA NolydeHne MHGOPMMPOBAHHOTO COIacKs,
nocpeacTBOM KOTOPOro 3auHTEPECOBAaHHOMY /TNLY
O0JIKHbI BbITb MONIHOCTbIO Pa3bACHEHbI Noc/ea-
CTBMA NPOBEAEHUNS TeCTa U ero NoTeHunasbHble
pe3ynbratbl. O4HAKO UMEHHO B KOHTEKCTE HENPO-
reHeTMYeCKoro TeCTUPOBaHMA NoyYeHUe AencTBU-
Te/IbHO MHGOPMMPOBAHHOIO COMIAaCUA MOXKET BbITb
3aTpygHeHo. Hanpumep, B HEKOTOPbIX C/y4asnX Ha
CNOCOBHOCTb IMLLA OCO3HABATb PUCKM, NPEUMyLLEe-
CTBa W OrpaHUYEeHMA HeMpPOreHeTUYECKOro TecTu-
POBaHUSA MOTYT BAMATb KaK HEBPOJIOTUYECKME, TaK
M NCUXMATPUYECKME COCTOSAHUS.

TaK, y 60/1bHbIX AeMEHLUMNEN CHUMKEHDbI KOFHU-
TUBHbIE GYHKLUM, YTO NPENnATCTBYET npoLeccy
CaMOCTOATENIbHOTO NPUHATUA pelueHnit®. Ana nuu,
CTpagatowmx 60s1e3Hb0 AnbLireiMmepa, XapaKkTepHbl
HapyLeHWA afeKBaTHOCTU BOCNPUATUA AENCTBU-

Mariotti C. Predictive genetic tests in neurodegenerative disorders: A methodological approach integrating

psychological counseling for at-risk individuals and referring clinicians // European Neurology. 2010. Vol. 64.

No. 1. P. 33-41.

in Neurobiology. 2013. Vol. 110. P. 89-10.

9

neurology. 2001. Vol. 14. No. 4. P. 213-221.

Uhlmann W. Genetic susceptibility testing for neurodegenerative diseases: Ethical and practice issues // Progress

Hedera P. Ethical principles and pitfalls of genetic testing for dementia // Journal of geriatric psychiatry and
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TenbHocT!C. [lenpeccuBHble PpaccTPoCcTBa MOryT
NPUBECTU K OTKa3y NauMeHTa OT NPUHATUA pelue-
HWI1 B paMKax HelporeHeTU4ecKoro TeCTMPOBaHUA.
[ae y KOTHUTUBHO 340POBbIX Nt0AEN YPOBEHb NO-
HUMaHUS MOXKET CUNbHO Pa3INYaTbCS B 3aBUCUMO-
CTW OT TaKnx GaKTOPOB, KaK 06pa3oBaHNe, ypPOBEHDb
MeANLUMHCKON rPaMOTHOCTU, COLMabHbIN CTATYC,
pennrMosHoe BocnuTaHue. J/lmua, 3anHTepecoBaH-
Hble MW HYXKAAoLWMeECA B HEMPOTreHeTUYECKOM
TECTUPOBAHWUM, KaK NPaABUJIO, YXKe UCMbITbIBAOT
KOFHWUTMBHbIE TPYAHOCTU MPU BOCMPUATUU UHDOP-
Maumm. IMeHHO NoaToMy OLeHKa cnocobHoCTU npe-
A0CTaBNATb MUHGOPMMPOBAHHOE Ccorlacue 0CObeHHO
BayKHA NpW NpoBeAEHUM HEMPOTreHEeTUYECKOro Te-
cTMpoBaHwua. Ecam nuo He B COCTOAHMM OCO3HABATb
nocneacTBusA U PUCKM HEMPOreHEeTUYECKOro TecTn-
pOBaHuWA, TO MHGOPMUPOBAHHOE COINIacUE AOMKHO
3anpalLMBaTbCA Y 3aKOHHbIX NpeacTaBuTeNei.

He meHee Ba)KHbIM B KOHTEKCTe MHDOPMUPO-
BAHHOTO COIacuA ABAAETCA pa3bsAcHEHMe NpaBa
Ha OTKa3 OT Noly4YeHUs Kakoh-nnmbo nHpopmaumnm
0 3g0poBsbe. To ecTb INLO, NpoLleaLee HENPO-
reHeTUYeCcKoe TeCTUpoBaHWe, BNpaBe NPOCUTb O
HepasrialweHMn emy pesybTaToB. Mo MHEHUIO He-
KOTOPbIX YY€EHbIX, EC/IU B XO4e TecTa NoATBEpANIICA
daKT HaIMYKNA HEMPOTEHETUYECKOrO PacCTPOICTBa,
Bpay MM KOMMNaHMUA-NOCTaBLWUK 06A3aHbl NPOUH-
dopmmpoBaTb 06 3TOM NaumeHTa, HecooblueHne
pe3y/IbTaTOB KOTOPOMY LO/IXKHO MPUPABHUBATLCA K
OCTaBNEHMIO B onacHocTu!l. BmecTe ¢ Tem yKasaH-
HafA TOYKa 3peHUn He yunTbiBaeT GyHAAMEHTA/b-
HbI BUO3TUYECKNIA NPUHLUMM aBTOHOMMM, COrlac-
HO KOTOPOMY Ye/I0BEK HE MOXKET ObITb OFPaHUYEH B
npouecce NPUHATUA PeLLeHM KacaTeslbHO JtobbIxX
BOMNPOCOB M0 NoBoAY CO6CTBEHHOTO 340p0BbA2,
Kak BnguTtca, ocobyto 3HauMmocTb npnobpeTtaet
nonyyeHue AencTBnTe/IbHO MHGOPMUPOBAHHOIO

COrNacuA, OTPAXKAKOLLErO OCO3HAHHbIN XapaKTep
pelweHnn o HepasrnaweHun. Knoueson mMomeHT
NpPW BblPaXKeHUN IULLOM COT/IAacUA HA NOJyYeHue
pe3y/bTaToB TeCTa — OonpeAesieHne Toro, CMOXKeT
NV YeNIoBEK MCUXONIOTMYECKM CNPABUTLCA C U3Be-
cTMem o HebnaronpuaTHom amnarHose®®, B stoit cea-
31 uenecoobpasHo npuBaeYEHNE reHEeTUYECKOro
KOHcynbTaHTa. Ero yyactune byaet cnocobctsoBathb
NpPaBUIbHOMY MOHMMAHMIO NALUEHTAMWU MEANLMH-
CKMX U MCUXOCOLMaNbHbIX NOCNEACTBUI TECTUPO-
BaHWA, a TaKXKe NoJlyYeHUo MHPOPMUPOBAHHOTO
cornacus. Kpome Toro, B 3aBUCMMOCTM OT NCUXO-
NNOTMYECKOro COCTOAHMA NauMeHTa HeobxoaANMOCTb
B reHETUYECKOM KOHCY/NIbTUPOBAHUN MOXKET BO3-
HUKHYTb Y»Ke nocsie NpoBeAeHMA TeCTUPOBaAHMUS,
npu pelweHnmn Bonpoca o6 0TCPOYKe PacKpbITUA
pe3y/IbTaToB TecTa, KOTOPOE OLLEeHMBAETCA B Kaye-
cTBE Heb1aronpUATHOIO U TPaBMaTUYECKOTO OMbITa
60/1bLUIMHCTBOM MaLMEHTOB.

CneundmKa HeMpPOreHeTUYECKUX AaHHbIX,
cogepyKaHne KOTOpPbIX COCTaBAseT MHPOPMaALLUSA
He TO/IbKO O reHeTUYeckom npodusie oTaeNbHOro
yesoBeKa (BK/IOYAsA NpeapacnoNoXeHHOCTb K
ncuxmyecknum sabonesaHnsAM), HO U 0 ero 61us-
KMX pOACTBEHHUKAX, TPebyeT BKAOUYEHMUA B UH-
dbopmunpoBaHHOE corlacue npenynpexaeHuns o
TOM, YTO pe3y/ibTaTbl TECTa MOTYT 3aTparnBaTb U
ysneHoB cembun. MOMUMO 3TOro, NPU NOAYYEHUMU
MHGOPMMUPOBAHHOTO COTNACKSA AOKHA BbIACHATLCA
BOJIA INLLA OTHOCUTENIbHO PACKPbITUA Pe3yNbTaToB
TecTa: 6yayT M C HUMKM O3HAKOMJIEHbI B/IM3KKe
POACTBEHHUKM WM TONIBKO CaM TeCTUpYyeMmbli. Eciun
JINUO C HelporeHeTUYeCKMM 3abosieBaHMEM OTKa-
3bIBaeTCA PACKPbIBATb AMArHO3 APYrMM POACTBEH-
HWKaM, TO 3TO MOKET JIMLLMTb NOCNEAHUX JOCTYMa
K MHPOpMaUUM, BaXKHOM AN1A NPUHATUA peLleHni
Mo noBoAy cobCcTBEHHOro 340p0BbAY,

10 Beattie B. Consent in Alzheimer’s Disease Research: Risk/Benefit Factors // The Canadian journal of neurological
sciences. Le journal canadien des sciences neurologiques. 2007. Vol. 34. P. 27-31.

1 Meclean N. Ethical dilemmas associated with genetic testing: which are most commonly seen and how are they managed? //
Genetics in medicine: official journal of the American College of Medical Genetics. 2013. Vol. 15. No. 5. P. 345—-353.

12 Ashcroft R. Principles of Health Care Ethics. Wiley, 2007. P. 10.

3 |agutenbach D. Communicating genetic risk information for common disease in the era of genomic medicine //
Annual Review of Genomics and Human Genetics. 2013. Vol. 14. No. 1. P. 491-513.

14

Bepe /1. H., lonybuoe B. I. NpaBoBbie acNeKTbl UICNO/Ib30BaHWUA INUTreHeTUYEeCKoOn MHbOopMaLMK: BONPOCHI

KOHOMAEHUMANbHOCTU, AUCKPUMMHALMMN U INYHOW OTBETCTBEHHOCTK // BecTHMK MNepmMmcKoro yHusepcurteTa.

KOpnanveckme Hayku. 2024. Ne 3. C. 373-381.
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YunTbIBas 3TO, HEKOTOPbIE yUYeHble NpeanaraoT
caenatb 06a3aTesibHbIM pPacKkpbiTe MHGopMaLmUn
0 pesynbTaTax TecTa A1 POACTBEHHUKOB U3 rpyri-
MNbl pUCKa, 0CO6EHHO eC/In B cCeMbe OTCYTCTBYET
aHamMHe3 COOTBeTCTBYloLLero 3abonesanmnal®. Tem
He MeHee NepBoCTeNneHHOe 3HaYeHne A0/IKHO
MMeTb COXpaHeHue KOHPUAEHLMaNbHOCTH nep-
COHa/bHbIX MeANLUMHCKUX AaHHbIX®. Mpuemne-
MbIl BapUaHT — pasbACHEHWE TECTUPYEMOMY SINLLY
nocaeacTBMii HecoobLLLeHMA pe3yibTaToB TeCTUPO-
BaHMA POACTBEHHMKAM M/IN UX Hanpas/eHne Ha
reHeTUYeCKoe KOHCY/IbTUPOBaHMeE A1 NoyYeHmns
peKoMeHaLmMi OTHOCUTE/IbHO NPOTrHOCTUYECKOTO
TecTMpoBaHuA.

"paBOBble acneKTbl C006LLEeHNUA U UCNONb30BaHUA
pe3ynbratoB HEﬁIPOTEHETVNECKOTO TecTupoBaHua

B xo4e HelporeHeTUYeCcKoro TeECTUPOBaHUA He
WCKOYEHbI CUTYaLMK BbISBJIEHUA TaK Ha3blBae-
MbIX BTOPUYHbIX pe3yNbTaToB, TO €CTb CBeAeHMUM
O reHeTUYeCKMX MyTaumAX, CBA3aHHbIX C HENPO-
reHeTUYeCKUM COCTOAHMEM, KOTOPblE N3HAYaIbHO
He COCTaBAAN NpeaMeTa OLEHKM 1 bblan obHapy-
¥eHbl C/ly4aitHO. 3aKOHOMEpPHO BCTAeT BOMPOC O
HaAn4mm nMbo OTCYTCTBMMU 0O6A3aHHOCTU PACKPbI-
TUSA BTOPUYHbBIX Pe3y/bTaTOB 3aMHTEPEeCOBAHHOMY
nvuy. Mo MHeHUo psAaa aBToOpPoOB, MeANLNHCKUIA
paboTHMK, BblAABLUNI HanpaBAeHMe Ha TeCTUPO-
BaHMeE, UM KOMMAHUA-MOCTABLUK OAHO3HAYHO
06A3aHbl PaCKPbITb COOTBETCTBYIOLME cBeaeHnaY’.
B o6ocHOBaHWK 3TOM NO3MLNK YKa3biBAeTCcA Ha He-
obxoanmocTb n3bekaTb NOTEHLUMAIbHOTO Bpeaa oT
HepasrnaweHus, cBA3aHHOTo ¢ GaKTUYECKMM CO-
KpbITMEM OT YeoBEKa MHPOPMALLIMK O ero 340p0-
Bbe. Tem He MeHee CyLecTBYeT MHOXeCTBO GaKTo-
pOB, KOTOPbIE CeAyeT YYNTbIBaTb NPU PACKPbITUM
BTOPMYHbIX PE3Yy/NbTAaTOB, B YaCTHOCTU HbIHELIHEE

COCTOsAIHME 340POBbA YE/I0OBEKA, B KAKOM BO3pacTe
BbISIB/IEHHbI BAPUAHT FeHETUYECKOM MyTaLUK CTa-
HOBWTCA aKTya/IbHbIM (B AETCTBE UM BO B3POC/IOM
BO3PACTE) M HACKO/IbKO CUJ/IbHO OH BbIpaKeH, KaKo
TN MEANUMHCKOTO BMELIATe/IbCTBA UK JIeYeHUs
BO3MOXKeH. MpeacTaBnineTca, 4To TO/bKO nocne
TLWATENbHOIO M3y4YeHUs Ha3BaHHbIX 06CTOATENIbCTB
A0MNYCTUMO MHPOPMMPOBATL 3aMHTEPECOBAHHOE
JIMLLO O BTOPUYHbIX pe3y/sibTaTax HelporeHeTuye-
CKOro TeCTMPOBAHMA.

MoMMMO 3TOTO, HYXKHO MMETb B BMUAY, YTO B
OTCYTCTBME CEMENHOro aHaMHe3a HellporeHeTnYe-
CKOrO COCTOSIHMA MHTepnpeTaLmsa 3HaYMMOCTUN 06-
HapPY*KEHHOWN reHeTUYECKOM MyTaLMn MOXKET ObITb
KpaWnHe CN0XKHOM B YaCTu onpeaesieHmn YpoBHSA ee
B/IMSIHMA HA 340POBbE, CPOKOB Pa3BUTKA 3abose-
BaHWA 1 cTeneHun ero TaxecTn®®, CTOUT NpMHUMAaTBL
BO BHMMAHMeE, YTO A1 HEKOTOPbIX KOTHUTUBHbIX U
HEeBPOIOrMYECKMX HAPYLLEHWI 40 CUX NOP He cylue-
cTBYET 3pPEKTUBHOIO NeyeHuns. Bcé ckazaHHoe cBu-
[EeTeNbCTBYET O TOM, YTO NPU 0BHaPYKEeHMUM BTOPUY-
HbIX Pe3y/IbTaTOB MX PacKpPbITUE AO/KHO NpesBa-
PATLCS OLEHKOM NOTEHLMA/IbHOIO Bpeaa, KOTopbIi
MOXKeT Noc/ie0BaTh 3a NOA0OHbIM COObLIEHNEM, B
BUAE YXYALWEHNA NCUXON0rMYECKOro COCTOAHNA 1/
nnn usnmwHero ctpecca. CoobpasHo aTomy Haso-
YeHune 0683aHHOCTN N0 MHPOPMUPOBAHUIO O BTO-
PUYHbIX pe3ynbTaTax ABUTCSA HAPYLUEHMEM TaKUX
Tpex pyHAaMEHTAIbHbIX NONOXKEHUIM BUOITUKK, KaK
yBaKeHWe aBTOHOMMK NaLMEeHTa, NPUHLMMbI «KHe
Haspeaun» un «aenai 6naro»*®. B KOHTEKCTe Heipo-
reHeTUYeCcKoro TeCTMPOBAHMSA CofeprKaHne Ha3BaH-
HbIX NOJIOXKEHWUI CBOAUTCA K CNeayloLemy:

— MNPWHLMMN aBTOHOMMM, COINTACHO KOTOPOMY
KaKablli YesnoBeK MMeeT NPaBO CaMOCTOATENIbHO
onpeaenaTb, Kakyto MHPOPMaLMIO O cOBCTBEHHOM
HelporeHeTUYECKOM COCTOAHUM KENAET MONYUUTD;

— MAPUHLMN «HEe HaBpeau», 0O3HaYaoLWmN,
4YTO MeAULMHCKME PAabOTHUKM O0/IKHbI BO34ep-

15 Botkin J. Points to consider: ethical, legal and psychosocial implications of genetic testing in children and
adolescents // American journal of human genetics. 2015. Vol. 97. No. 1. P. 6-21.

16

Eepz /1. H. KoHbMAeHUMAaNbHOCTb FTEHOMHOM MHGOPMaLMK U NPABO HA AOCTYN K HayYHbIM 3HAHUAM: BOMPOCHI

cooTHoweHua // Lex russica (Pycckuii 3akoH). 2024. T. 77. Ne 10. C. 93-101.

7" McLean N. Op. cit. P. 345—-353.

18 Riedijk S. A decade of genetic counseling in frontotemporal dementia affected families: few counseling requests
and much familial opposition to testing // Journal of Genetic Counseling. 2009. Vol. 18. No. 4. P. 350-356.

19 Ashcroft R. Op. cit. P. 7.
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KMBaATbCA OT NPUYMHEHUSA BPeaa, BO3HMKAIOLWWEro
B pe3y/ibTaTe PacKpbITUA HEMPOreHeTUYEeCKOMN UH-
dopmaunu;

— MPUHUMN «aenan bnaro», UCXoas U3 KOTo-
pOro meamMunHCKMe paboTHUKM AONXKHbI AeNCTBO-
BaTb B HAMYULUMX MHTEPECaX NaLMEHTOB, BK/tOYas
3aWMTY KOHPUAEHLMANBHOCTU UX HEMPOTeHeTUYe-
CKoM nHbopmaumu.

HecmoTps Ha 0603HaYEHHYIO CEPbE3HOCTb BO-
Npoca 0 BTOPUYHbIX pe3y/ibTaTax HelporeHeTn4e-
CKOro TECTUPOBAHMA, B POCCMIMCKOM 3aKOHOAATE b-
CTBE OTCYTCTBYET COOTBETCTBYIOLLEE PErY/IMPOBa-
Hue. MpeacTaBaseTca, YTO YyCTPaHEeHWe AAaHHOTO
npobena HeOH6XOAMMO HaUYMHATL C YCTaHOB/IEHUSA
TpeboBaHMA O BKIOYEHUU B coaeprkaHue Hdop-
MWPOBAHHOTO COIIacuA CBeAEHMUI O BO3MOXKHOCTH
BbIAB/IEHUSA BTOPUYHbIX PE3y/IbTaTOB U NPeaoCcTaB-
NeHUs TeCTUPYEMBIM /TMLLAM MNpaBa OTKa3aTbCA OT
Nnosly4yeHnsa COOTBETCTBYlOWEN MHPOpMALMN.

HeuHBasusHoe NnpeHaTtasbHoe TeCTUpoBaHue
Ha Hel‘/'IPOTEHETVI'-IECKI/IE COCTOAHMNA

HenHBa3smMBHOE NpeHaTasbHOE TeCTUPOBaHME
(HNT) npoBoAnTCSA C LENblO ONpeaeneHns XPoOMo-
COMHbIX aHOMa NN NNo[a U NpeanosiaraeT B3aTne
y 6epemeHHOM XeHLWMHbl 06pasLa KpoBM, KOTopas
HaumHas ¢ 10-1 Hegenn GepeMeHHOCTH yKe coaep-
XUT anemeHTbl JHK 6yayuiero pebeHka. Pesynbra-
Tbl HIT MOryT yKasblBaTb HA HaAMuYMe BPOXKAEHHbIX
HapyLweHWin, B TOM YNC/1e HEMPOTreHETUYECKOro
XapakTepa. boNbLIMHCTBO yYeHbIX-TEHETUKOB OTMe-
yaert, yto HINT aBnaeTca ogHMM M3 CamblX COBpe-
MEHHbIX METOA,0B FEHETUYECKOIO UCCef0BaHNA, U
B HEKOTOPbIX rocyaapcTeax (Hanpumep, B benbruu
n HnaepnaHpax) oHO MCMONb3yeTCs AN CKPUHMHTA
BCex 6epemMeHHbIX KeHLMH,

BmecTe ¢c Tem npumeHeHue HIT conpaxeHo
C pagom npobnem. Bo-nepsbix, B Poccnn gaHHan

20

npoLeaypa He BKNOYEHA HM B NPOrpammMy paHHero
KOMOUHNPOBAHHOIO NPEHATaIbHOIO CKPUHUHTA,
npeaycMoOTPeHHOro npmMkasom MuHuUcCTepcTBa
3apaBooxpaHeHna PO Ne 1130H%, Hu B cnuctemy
06A3aTeNIbHOr0 MEeAULLMHCKOTO CTPAXoBaHUA.
Kpome Toro, gna nposegeHuna HMNT n aHanmsa
€ro pe3ynbTaToOB HET CheuManbHbIX MeToguye-
CKUX peKoMeHaaumMmn, oTcyTCTBYIOT TpeboBaHuMA 0
cepTudurKaumm cooTBeTcTBytoLEero obopyaosa-
HMA U peareHToB. Takum obpasom, ctaTyc HIMNT B
POCCUMCKOM 3aKOHOAATeNbCTBE HEQOCTATOYHO
OeTannsnpoBaH. 3To CTOUT NpmU3HaTb HeraTms-
HbIM AiBiIeHMeM, ocobeHHO B cBeTe Toro, 4to HMT
NPOBOAMUTCA YAaCTHbIMU MEANLMUHCKMMWN OPraHu-
3aUMAMMU, KOTOPbIE B YCIOBUAX OTCYTCTBMA HAL-
NeXalleit HOpMaTUBHOWM pernaMmeHTaunmn He MoryT
rapaHTUPOBATb BbICOKYH TOYHOCTb TECTUPOBAHMA,
WCKNIOYAIOLLLYHO C/Ty4aun KaK I0XKHOMON0KMUTENb-
HbIX, TaK U NOKHOOTPULATE/NIbHbIX PE3YNbTaToB.
OTO KPUTMYECKM BaXKHAA XapaKkTepuctnka ana HIMT,
NOCKOJIbKY MHPOPMaLMA O BbISIBIEHHOM NaToNornn
MOXKET NOCAYXKUTb NPUUNHON NPUHATUA peLleHnn
06 MCKyCcCTBEHHOM MpepbiBaHNUM BepemeHHOCTHU.

O6ecnoKoeHHOCTb BbI3bIBAOT U CUTYaALLMK NPO-
BegeHua HMNT ons obHapyKeHUa HenporeHeTuYe-
CKux 3abosieBaHNA, NPOABAAIOLMXCA INLLb B 3pe-
Nom Bo3pacTe (Hanpumep, 6on1e3Hb [EHTUHITOHA —
Hac/neACTBEHHOE HelpoaereHepaTMBHoe 3abone-
BaHMe, XapaKTepusytoLLeecs NporpeccupytoLLemn
AeMeHLMeN, MOTOPHbIMW HApYLIEHUAMMU U UHBIMU
ncUxuYeckumm natonoruamu). Mo cnpaseannmsomy
3amevaHuto paga astopos, HIMT, HanpasBaeHHOe Ha
BbliIB/IEHME «B3POC/bIX» 3a00/1€BaHMI, AONYCTUMO
TONIbKO A/1A uenen ganbHenwero HopmaabHOro
BeAeHMA 6epemeHHOCTN?2, B NPOTMBHOM cayyae
HapylwaeTca npaBo byayulero pebeHKa camocTosn-
TE€NbHO NPUHMUMATb peLleHne 0 TeCTUPOBaHUM B
3penom Bospacte. B cBA3M ¢ 3TUM LenecoobpasHo
BBeAEHME FeHETUYECKOrO KOHCYNbTUPOBAHUA ANA
oyaywmx poamtenen no Bonpocy o Heobxoanmo-

Hercher L. Prenatal testing for adult-onset conditions: the position of the National Society of Genetic

Counselors // Journal of genetic counseling. 2016. Vol. 25. No. 6. P. 1139-1145.

21

Mpuka3 MuHucTepcTBa 3apaBooxpaHeHma PP ot 20.10.2020 Ne 1130H «06 yTeepxaeHUM MopaaKa oKkazaHUs

MeAMLMHCKON NomoLLy Nno npoduto “akyluepctso u ruHexkonorna”» // URL: https://base.garant.ru/74840123/

(naTa obpaleHma: 15.06.2025).

22

Tassicker R. Problems assessing uptake of Huntington Disease predictive testing and a proposed solution //

European Journal of Human Genetics. 2009. Vol. 17. No. 1. P. 66-70.
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¢t HNMT, HanpaBAeHHOro Ha AMarHOCTUKY Helpo-
reHeTMYeCcKMx 3aboneBaHnit, NPOABNAOLMNXCSA
N1LLb BO B3POC/NOM Bo3pacTe?3,

Puckn reHeTUYeCKOI ANCKPUMUHaAL NN

CyLLLeCTBYIOT OMACeHMUsn, YTO pe3y/bTaTbl TECTOB
Ha onpeaeneHne HemporeHeTUYECKMX COCTOAHNM
MOTYT 6bITb UCMO/Ib30BAHbI AUCKPUMUHALMOHHbBIM
obpaszom. MpPUMeHUTENBHO K HEMPOreHETUKE reHe-
TUYEeCcKan ANCKPMMUHALMA NpeanonaraeT Ucnosb-
30BaHWe MHbOPMaLMM O pe3ynbTaTax HeMporeHe-
TUYECKUX TECTOB KOHKPETHOTO YeNoBeKa Uan Yne-
HOB €ro CEMbM B Pa3HbIX aCMeKTaxX }KU3HM, BKlOYas
TPYAOYCTPOWCTBO, CTPAXOBaHWE U 34paBOOXpaHe-
Hue?*. MpoasneHnamm nogobHOro AUCKPUMMUHA-
LMOHHOTO OTHOLLEHWS MOTYT BbITb OTKAa3 B TPYAO-
YCTPOWCTBE UM CTPAXOBOM MOKPbITUK, B3UMaHMeE
6os1ee BbICOKMX CTPaxoBbIX B3HOCOB. Hanpumep,
OZHO U3 UCC/IeA0BaHUIA MOKa3ano, YTo NOAAM C
reHeTUYeCKoM myTaumei, accoummpyroLencs ¢
60n1e3Hblo [eHTUHITOHA, Yalle APYrMX OTKa3blBatoT
B 3aK/I0YEHUN A0TOBOPa CTPAXOBAHUA KU3HUZ,
B KOHTEKCTE HEMPOrEHETUKN FreHeTUYecKan auc-
KPMMMUHaUMA 0cobeHHO onacHa, Tak KaKk CBA3aH-
Hble C HEeM CTpecc M BECNOKOMCTBO MOTYT NPUBECTHU
K YXYALWEHMIO MCUXO3IMOLIMOHAIbHOTO COCTOAHMA
JINL, CTONKHYBLUMXCA C FTeHETUYECKON AUCKPUMMHA-
umeit. Tak, 06Hapy»KeHO, YTO OHW CUJIbHEE OCTaslb-
HbIX NOABEPKEHbI AEMPECCUBHbLIM U TPEBOXKHbLIM
paccTpoicTeam?®,

[ns npefoTBpalleHnsn ciyyaes reHeTUYecKom
OVUCKPMMMWHALMKU, B TOM YMCJIE OCHOBAHHOM Ha
HelporeHeTU4yecko nHPopmaumm, B 3akoHoaa-
TeNbCTBE HEKOTOPbIX FOCYAAPCTB NPeayCMOTPEHbI

cneumanbHble Hopmbl. B U3panne npuHAT 3aKoH O
reHeTu4yeckom MHGopmaLmnm, COracHO KOTOPOMY
3anpelatotca ntobblie GopMbl reHeTUYeCKom guc-
KPUMMHALWUM B TPYAOBbIX MPAaBOOTHOLIEHUAX U
cTpaxoBaHUK?’. Moxoxee NoNosKeHue CyLecTsyeTt
B 3aKoHogaTtenbcTBe KOxHoM Kopeun. B yacTHocTH,
3aKoH 0 bMo3TMKe N 6e30NacHOCTM YyCTaHaBAU-
BaeT, YTO AUCKPMMMHALMA NO NPU3HAKY FEHETU-
YyecKo MHPOPMaLIMKN B OTHOLLEHUSAX, KacaloLLMXCA
obpasoBaHusA, TPYAOYCTPOMCTBA, CTPAXOBAHUA UK
WHbIX BUAOB COLMANBHON AeATENbHOCTH, ABNAETCA
HE3aKOHHOM, TaK e KaK U itoboe NpuHyXaeHue K
MPOXOXAEHMIO FEHETUYECKOIO TECTUPOBAHMA AN
npeacTaBaeHunio ero pesynbtatos?. bonee Toro,
YKa3aHHbI/ 3aKOH NpegycmaTpuMBaeT Mepbl yro-
NIOBHOW OTBETCTBEHHOCTM 33 COBEpPLUEHME AKTOB
reHeTUYECKON ANCKPUMUHALUM B BUAE TIOPEM-
HOrO 3aKNOYEHUA HA CPOK A0 ABYX NEeT AN Ha-
noxeHua wrpada B pasmepe 40 30 MJIH HOXKHO-
KOPEMCKMX BOH.

B poccuiicKom 3aKOHOAATENbCTBE OTCYTCTBYHOT
MONIOXEHMA OTHOCUTENIbHO 3anpeTa reHeTUYecKom
OVNCKPUMMHALMK, B TOM YMC/Ie CBA3AHHOM C AaH-
HbIMW O HEMPOreHEeTUYECKOM CTaTyCe YenoBeKa.
OTMeYEeHHbIN Bbille HEFraTUBHbIN XapaKTep reHeTn-
YeCKoM AMCKPUMMHALUN MOXKET BbITb NpeoaoneH
nocpesCcTBOM BBEAEHWNA COOTBETCTBYHOLLLEN YrON0B-
HOM OTBETCTBEHHOCTU U NPUHATUA HOPM, Npeay-
cmaTpuBaoLmx 3dPeKTUBHbIE Mepbl 3aLUTbl /INL,
nocTpazaBLUMX OT HecnpaseanBoro obpatleHums,
OCHOBaHHOTIO Ha 06134aHNN X TEHETUYECKON U
HelporeHeTn4yeckol nHdopmaumeit. To ectb pe-
LIeHne npobaembl reHeTUYECKON ANCKPUMMHALMMN
TpebyeT coBepLUEHCTBOBAHWUA 3aKOHOA4ATENbCTBA
KaK B 4acTh obecneyeHuns cnpaseaMBoOro 4ocTyna K
HellporeHeTUYECKOMY TECTUPOBAHMIO, TaK U B 4acTu

3 Ross L. Technical report: Ethical and policy issues in genetic testing and screening of children // Genetics in
medicine : official journal of the American College of Medical Genetics. 2013. Vol. 15. No. 3. P. 234-245.

24 Hoge S. Ethics and neuropsychiatric genetics: A review of major issues // The International Journal of
Neuropsychopharmacology. 2012. Vol. 15. No. 10. P. 1547-1557.

% Morrison P. Uptake of Huntington disease predictive testing in a complete population // Clinical Genetics. 2011.

Vol. 80. No. 3. P. 281-286.
% Uhlmann W. Op. cit. P. 89-101.

27 3akoH MU3pauna o reHeTnyeckon nHdopmaumnm, npuHaToln 13 gekabpa 2000 r. // URL: https://www.
jewishvirtuallibrary.org/jsource/Health/GeneticInformationLaw.pdf (aata o6pauieHua: 15.06.2025).

28 3aKoH HO>KHOM Kopen o 61oaTtnke 1 6esonacHocTu, npuHATbIN 1 despana 2012 r. // URL: https://elaw.klri.re.kr/
eng_mobile/viewer.do?hseq=33442&type=part&key=36 (aata obpatueHnsa: 15.06.2025).
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YCTaHOB/IEHWUA KOMIMJIEKCHOM 3aLLMTbI NOy4Yaemon
MHbOPMaLMM O HEMpPOreHeTUYECKOM cTaTyce Anua.

Kpome npaBoBoi pernameHTaumm, 6onbluyto
ponb B NpefoTBPaLLEHMN AaKTOB reHEeTUYECKOM
OVUCKPUMMHALLMKM UrpaeT reHeTuyeckan rpamoT-
HOCTb HaceneHus, ero 0CBeAOM/IEHHOCTb O CoBpe-
MEHHOM YPOBHE PA3BUTUA FreHETUYECKUX UCCie-
AOBAHWUM U UX NPUKNALHOM 3HaUYEHMUM, a TaKXKe 0
BAYXKHOCTM 3aLLUTblI NEPCOHANIbHOWN FeHeTUYeCKom
nubopmaummn®. Mpeacrasnfercs, YTO NOBbILLEHWIO
YPOBHSA MHPOPMMPOBAHHOCTU rPpaXKaaH o coBpe-
MEHHOM COCTOAHUW reHeTUKM byayT cnocobcTBo-
BaTb MaccoBble 06pa3oBaTe/ibHble MEPONPUATUS,
yXe aoKasaswwne cBoto adpdektusHocTb® . Lienam
NpeaoTBPALLEHUA TEHETUYECKON ANCKPUMUHALMM
MOTYT C/IY}KUTb U HEKOTOpPble TexHonorMu. Orpom-
HbI/ NOTEHUMaN B YacTh 6e30NacHOro XpaHeHUs
ynpaB/aeHua reHeTUYecko nHpopmaumen noka-
3ana cuctema 610K4UeinH3?,

MpeanoxeHns no coBepLLeHCTBOBAHUIO
NpaBoBOro perynupoBaHusA HellporeHeTUKK
B Poccuiickoin Qepepanun

B poccMncKOM 3aKOHOZATeNbCTBE He NpeayCcMo-
TPEHO OTAENBbHOrO MPABOBOIO PeXMMa ANA HENPO-
reHeTUYeCKUX UCCNef0BaHUI, A 3aLUNTa JAHHDIX,
NONIyYEeHHbIX B XO4e UX NPOBEAEHUA, OCYLLECT-
BNAETCA N1LWb Yepe3 obwme Hopmbl. Hanpumep,
ctatbA 10 ®epepanbHoOro 3akoHa ot 27.07.2006
Ne 152-®3 «O nepcoHanbHbIX AaHHbIX»3? ycTaHaB-
nnsaeT TpeboBaHMe NOBbILWEHHOM 3alUUTbI FeHe-
TUYECKUX AAHHDIX, ABAAIOWMXCA OTAENbHOM KaTe-
ropven nepcoHanbHbIX AaHHbIX. BmecTe ¢ Tem B
YKa3aHHOM 3aKOHe HeT nerasibHoro onpeaeneHuns

2 Lynch D. Op. cit. P. 106.

HelporeHeTMYeckon nHdopmaumm Unu Hempore-
HeTMYecKknx AaHHbIx. CneumduKa HellporeHeTUYe-
CKOM MHpOopMaLMM B 4aCTN ee NPOrHOCTUYECKOro
XapaKTepa 1 CBA3M C KOTHUTUBHO-MOBEAEHUYECKMMMU
XapaKTepUCTUKaMM IMYHOCTU HE OXBATbIBAETCA U
depepanbHbim 3akoHOM 0T 21.11.2011 Ne 323-d3
«06 ocHOBax OXpaHbl 340p0BbA rpaxaaH B Poc-
cuitckont depepaunn»3, yctaHaBAMBaIOLWMM, YTO
K MeMLLMHCKOM TalHe OTHOCATCA CBeAEeHUA O
COCTOAHWW 340P0BbA, AMATHO3AX U UHbIX AAHHbIX,
MOJIyY4EHHbIX B paMKax MeguuUnHcKoro obcnenosa-
HWA N/UAKN TECTUPOBaHMUSA.

Ona nopsaaKka npoBeAeHUsa HelporeHeTmye-
CKUX UCCNeaoBaHNI XapaKTepHO pparmeHTapHoe
peryinpoBaHue, 3aTparueatoLlee AnWb nx 6uo-
3TUYECKYIO CTOPOHY, onpeaeneHHyto degepans-
HbIM 3aKoHOM OT 31.12.2020 Ne 492-$3 «O 6uo-
MeANLMNHCKMX KNeTOUYHbIX npoayKTax»34, Mpu
3TOM BaKHEeMLNiA BONPOC O NOPAAKE XPaHEHUA
N UCNO/Ib30BaHWSA Pe3yNbTaToOB HEporeHeTuye-
CKUX uccnenoBaHuii GakTUYECKN He pernameHTu-
pOBaH. 34eCb NOTEHUNANbHO MOTYT NPUMEHATHCA
NoONOXKeHNA NocTaHoBNeHUA NpaBuTennctea PO
ot 12.04.2018 Ne 447 «0O6 ytBepxaeHuu MpaBun
B3aMMOZAENCTBUA UHBIX UHOOPMALIMOHHBIX CUCTEM,
npeaHasHadeHHbIX a1a cbopa, xpaHeHun, obpa-
60TKM 1 NpeaocTaB/ieHUa MHoOpPMaLMKM, Kacato-
Leca AeAaTeNlbHOCTN MeaUUNHCKUX OpraHu3auui
Y NPeLoCTaBAAEMbIX UMM YCIYT, C UHPOPMALMOH-
HbIMW CUCTEMaMM B chepe 34paBOOXPaHEHMA U
MeAMUMHCKMMM opraHm3aumammn»3>. OaHaKo oHK
6onee opueHTUpoBaHbl Ha AHK-npodumnmpoBsa-
HMe anAa uenen naeHTMdUKaumm IMYHOCTH, a He
Ha yCTaHOB/IEHWE ee KOTHUTUBHO-MOBEAEHYECKUX
XapaKTepPUCTMK. HesicHO, pacnpocTpaHAaloTea n
Hopmbl YTK P®3®, nonyckatowwme npuHyanTENbHbIN

30 McConkie-Rosell A. Genetic counseling for fragile X syndrome: updated recommendations of the national society
of genetic counselors // Journal of Genetic Counseling. 2005. Vol. 14. No. 4. P. 249-270.
31 Haibo T. Medical Data Management on Blockchain with Privacy // Journal of Medical Systems. 2019. Vol. 43.

No. 10. P. 2-6.
32 C3 P®. 2006. Ne 31. Cr. 3451.
3 C3 P®.2011. Ne 48. Cr. 6724.
34 C3 P®. 2016. Ne 26. Cr. 3849.
3 C3P®.2018. Ne 17. Cr. 2491.

36 Cr. 179 1 184 YronosHo-npotieccyanbHOro Kogekca Poccuiickont ®eanepaumm ot 18.12.2001 Ne 174-d3 // C3 Po.

2001. Ne 52. Cr. 4921.
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otbop 06pasLoB A4/18 IKCNEPTU3, HAa pe3yabTaThl
HelporeHeTUYeCcKoro TeCTMPOBaHUS.

OTcyTCcTBUE NleranbHOM aepUHULMM KaTeropmm
«HenporeHeTn4Yeckaa MHGopmaLUmA», a TaKKe 0Co-
60ro pexkmma ee xpaHeHUA 1 TpaHCrPaHUYHOMN
nepegayn, nopsaka nosydyeHns MHGOPMMPOBaH-
HOro cornacus Npu NPoBeAeHUU HellporeHeTnYe-
CKOTO TeCTUPOBaHMUSA, 3anpeTa AUCKPUMUHALUMK
Ha OCHOBEe HelporeHeTUYecKkoro npoduas yeno-
BEKA CBUAETE/NIbCTBYET O TOM, YTO B POCCUMCKOM
3aKOHOZaTe/IbcTBE NOKa He BblpaboTaHO cucTem-
HOro noaxoda K NpPaBoOBOM pernameHTaumnmn Hem-
POreHeTUYeCcKUX UccnefoBaHuii U TECTUPOBAHUS.
B cBA3M € 3TUM Hanbosiee NePCneKTUBHbBIM BUAWTCS
COBEpLUEHCTBOBAHME NPABOBOro PEryIMpoBaHus
HenporeHeTnKM B Poccuiickon Pegepaumm no cne-
OYIOLWMM K/HOYEBBIM HaNpaBAEHUAM:

— YCTaHOB/IEHME OTAE/IbHOM KaTeropum «Hem-
poreHeTU4yeckaa MHGopmaLma» B BblLeyNOMAHY-
TbIX 3aKOHaX: O NePCOHA/bHbIX ZAHHbIX U 06 OCHO-
BaxX OXPaHbl 340P0BbA rpaXkgaH — C OTHECEHUEM
ee K 0coboli KaTeropum reHeTu4eckon nHdopma-
LMW1, OXBATbIBAIOLLEN CBEAEHUA O FEHETUYECKU
obycnosneHHoM cneundumke pyHKLMOHMPOBAHMUA
HEepBHOM CUCTEMbI, BO3AEMUCTBYIOLLEN HAQ KOTHUTUB-
Hble, 9MOLUMOHa/IbHbIE U MNOBEAEHYECKMNE XapaKTe-
PUCTUKMU INYHOCTY;

— 3aKpenneHune rapaHTuii NoBblLEeHHOMN 3a-
LWKUTbI HEMpOreHeTUYecKom nHpopmaymm, cooT-
BETCTBYHOLLUX PEXMMY MEANLNHCKOMN TaliHbl, HO
C OOMNOJIHUTENbHBIMW OTPAHUYEHUAMM B YacTu
06paboTKM N NCNO/Ib30BAHUA HEPOreHeTUYECKMX
AAHHbIX UCKOYUTENIBHO NPU HANNYUU UHPOPMU-
pPOBaHHOrO cornacus cybbeKkTa, Kpome c/yyaes,
npeaycMOTPEHHbIX 3aKOHOM (Hanpumep, no pelue-
HUIO cyaa);

— pernameHTaums nopazka MCnoab3oBaHUSA
HelporeHeTMYeckon MHbopmMaL MM B KayecTse Ao-
Ka3aTenbCTBa NPU PAaCCMOTPEHUM U paspeLleHnn
rpax4aHCKMX U YrooBHbIX en. B npoueccyanbHom
3aKoHOZATe/IbCTBE CNeAyeT 3aKpenuTb cneunanb-
Hble NpaBu/ia Ha3HAYeHMA HEMPOreHETUYECKOM IKC-
nepTM3bl — UCKAOUYUTENBHO Ha OCHOBaHWUK onpe-
AeNeHuna cyaa, a TakXKe ee NpoBeseHns — TO/bKO
B aKKPEAUTOBAHHbIX YUPEXAEHUAX U IKCNEPTamMm,
obnapaloWwmMmmM HagneKallen Ksannpurkaumen;

— YCTaHOB/AEHWE aAMUHUCTPATUBHOW U yro-
NIOBHOM OTBETCTBEHHOCTU 32 HE3aKOHHbI cbop u/

WU UCMONb30BaHME HeliporeHeTuyeckoi nHdop-
MaLMn, NPOABIEHUA AUCKPUMUHALUKN Ha OCHOBE
AaHHbIX O HEPOreHeTMYECKOM CTaTyCe YesloBeKa
W/ ero POACTBEHHMKOB, a TaKKe nepegayvy Hempo-
reHeTUYeCcKMx AaHHbIX 6e3 cornacus 1 BHe ycTa-
HOBJ/IEHHbIX 3aKOHOM Npoueayp.

3aKnioueHmne

leHbl U LEeHTPasibHas HepPBHasA CUCTEMA aKTUBHO
B3aMMOAENCTBYIOT, MPU 3TOM reHeTu4eckme dpak-
TOpPbI OKa3bIBAlOT 3aMETHOE B/IUAHME Ha CTPYKTYPY,
bYHKUMOHUPOBAHME M 340p0Bbe MOo3ra. Ho reHbl
He AEeNCTBYIOT M30/IMpPOBaHHO. DaKToOpbl OKPY-
Jatolen cpeabl MOTYT MOAYAMPOBATb IKCNpec-
CWIO TEHOB U B/IMATb Ha KOTHUTUBHbIE MOKA3aTenu,
3MOLMOHaNbHOE Bnarononyyme U passuTME MO3ra.
Takoe B3aMMOZEeNCTBUE FreHOB N OKpYKatoLwen
cpeabl NogyepKUBaeT gUHAMUYECKoe OTHOoLe-
HMe meXay Npupoaol u BocnutaHnem B Gpopmm-
POBaHUM MHANBUAYAIbHbIX YEPT B MO3HAHMU U
NCUXMYECKOM 340p0Bbe. HeliporeHeTuKa npega-
NaraeT HOBbIM B3rNA4, HA 3TO C/I0XKHOE CONpPAXKeHMe
reHeTUKM U OKPYrKatoLLel cpeapbl, NpenocTaBasa
LEeHHY0 MHOpPMALMIO O FeHEeTUYECKOM OCHOBE
HEBPONOTMYECKMX PACCTPOMCTB N MHAMBUAYANb-
HbIX Pa3NYMiA B NO3HAHUM U BoCNpuATUN. Mo mepe
NPoABUKEHMUA HEMpPOreHeTUYECKUX UccnenoBa-
HWI OTKPbIBAIOTCA BMEYaTAAIOLLME BO3MOXKHOCTU
ana yrnybneHmns coBpemeHHbIX npeacTaBaeHnm
0 NpUpoAe YeNOBEYECKOTO pa3yma, pa3paboTku
nepenoBbiX METOA0B IEYEHUS HEBPOIOTNYECKUX
PaCCTPOWCTB, UX NpeaynpexaeHNa 1 yKpenaeHus
MCUXMYECKOTO 340P0BbSA HAaceeHUs.

BmecTte ¢ Tem chepa HEMPOreHEeTUKK, ABAAACH
OTHOCUTENbHO HOBOW 06/1aCTblO UCCNEeA0BaHUN,
HeA0CTaTOYHO yperynmpoBaHa, 0CO6EHHO B YacTu
npoBeAeHNs HeMPOreHeTUYECKOro TECTUPOBaHUA.
JTO MOMKET HeraTMBHO CKa3aTbCs He TOJ/IbKO Ha
AanbHellwem xoae HeMporeHeTUYecKnx nccae-
[OBAHWI, HO U B LE/IOM Ha CUCTEeMeE 34,paBOOXpa-
HEHWSA U KU3HU MHOTUX N04eN, CTONKHYBLUMXCA
c npob61emoi HEBPOIOTMYECKMX PACCTPOMCTB.
CyL,ecTBEHHYIO pPO/b 34eCb UrpaeT ToT $aKT, 4To
HeMporeHeTUYeCcKne CoOCTOAHMA HacnenyoTca U,
Takum o6pasom, gMarHo3 umeeT 3Ha4YeHMe He
TO/IbKO A/19 OTAE/NIbHOro Ye/I0BEKa, HO U AN ero
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poACTBEHHUKOB. B 3TOM cBA3M TpebyeTca 3aKOHO-
AaTeNbHas pernameHTauma Taknx acneKkToB Hell-
pPOreHeTMYeCcKoro TeCTUPOBAHMA, KaK NoyYyeHue
MHGOPMUPOBAHHOTO COINAcKA, PAacCKPbITUE BTO-
PWYHBIX pPe3ynbTaToB TeCTa, peannsauusa npasa Ha
0OTKa3 OT noayyeHns nMHbopmaummn o HemporeHe-
Tnyeckom npodune, coobueHne 6aAnN3KUM poa-
CTBEHHWKAM O BbISIBIEHHbIX HEMPOreHeTUYECKNX
cocTosiHusAX. MpaBoBble NPobaembl, BO3HUKaKOLWME
B chepe HellporeHeTUKN, MMeT MHOTOYypPOBHe-
Bbll XapaKTep, 0XxBaTblBasA BCE BUAbI HelporeHe-
TMYECKOro TeCTUPOBAHMA U BCE 3TaNbl €ro npo-
BEeAEHUA.

MosToMy COOTBETCTBYIOLLNIA NPABOBON PEXMUM
OO/IKEH HOCUTb KOMI/IEKCHBINM XapaKTep, npeano-
naratowmm yyet pyHaameHTaNbHbIX MOA0OKEHNN

ONO3TMKN, NEePCOHANNINPOBAHHOM MeaULUHbI
N 3HAYMMOCTU HEMPOTEHETUYECKUX UCCen0Ba-
HWI ANA BbIACHEHWA FeHETUYECKMX OCHOB HEBPO-
JIOTMYECKUX HapyLeHWA. AgeKBaTHOe NpaBoBoe
peryanpoBaHue JOMKHO CnocobCcTBOBaTbL MCC/e-
[0BaTeNbCKOMY NOTEHLMANY HEMPOreHeTUYeCcKoro
TEeCTUPOBAHMWA, Pe3ynbTaTbl KOTOPOTO MOTYT CTaTb
6a3ucom ans pa3paboTKM HOBENLLNX ANATHOCTU-
YeCcKUX, NPOPUNAKTUYECKUX U KIMHNUYECKUX UHCT-
PYMEHTOB, a4anTUPOBaHHbIX K UHANBUAYANbHbIM
HenporeHeTUYeckum npodunsam. Kpome Toro, Haa-
Nexkal,an HopmaTMBHaA pernameHTaums 4oCTU-
YEHUIM HEMPOreHEeTUKU NPUBEAET K MOBbILLEHUIO
AOCTYMHOCTU HEMPOTreHEeTUYECKOTO TECTUPOBAHMA
N NIeYeHnn, KPUTUYECKM BaXKHbIX AN YMEHbLIEHUS
6pemeHn HEBPOIOTMYECKMX PACCTPOMCTB.
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