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CamoperynupoBaHue reHOMHbIX UCCIefOBAHNI
U NnepcneKkTUBbI NepcoHNPUUUPOBAHHON MeANLIUHDI'

AHHOTaumA. CekyNAPHbIN TPEeHA, Pa3BUTUA MeANLMHBI B XX B. LIEA MO NyTU YKPenieHUs 0CHOB ObLLEeCTBEHHOTO
340,0p0BbsA, GOPMMPOBAHME CUCTEM LOCTYNHON MEAULMHCKOM NOMOLLM. PaclumdpoBKa reHoMa YenioBeKa OTKpbI-
BaEeT LUMPOKME NePCneKTUBbI UCMOb30BAHNUSA MONYYEHHbIX AAHHbIX B MeauLMHe. KomMmepyeckmne MeanumHeKme
opraHusaumu B nocnefHve rogbl pa3BMBatoT OKasaHue yCayr No reHeTUYeCKOMY UCCe0BaHUIO U NepCcoHaslb-
HOMY reHOMHOMY TeCTMPOBAHMUIO.

B cTaTbe paccMOTpeHbl BOMPOCbI 3HAYMMOCTU MPABOBOrO CaMOpPEryIMPoBaHuUA B 061aCTV reHOMHOTO KOHCY/1b-
TUPOBAHUA NpUMeHUTENbHO K Poccuiickonn ®epepaumnm. ObcyRaaetca BONPOC O NepcneKkTMuBax BHeAPeHUA
nepcoHNPULMPOBAHHOM MeaULMHbI U MOKa3aHbl onpeaeneHHble OrpaHUYeHns, BO3HUKatoLWMe CerogHA B oA-
HOM 13 obnacTei Takoro Noaxoaa — NPOrHO3MPOBAHMA NPELPACNONOKEHHOCTU K 3a601eBaHUAM CMELIAHHOM
NPWPOAbI, YTO CBA3AHO C OCOHBEHHOCTAMM PA3BUTUA MEAUKO-geMOorpaduyecKkon cutyaumm B mupe. MNoctasneH
BOMPOC O HEOHXOAUMOCTU LLUMPOKUX NOMNYAALMUOHHbIX UCCNeA0BaHNN A5 BepUPUKALUM 3HAYEHWNI pUCKa ANA
3ab60n1eBaHN C HU3KOWM reHeTUYeCKOW AeTePMUHNPOBAHHOCTbIO.

ABTOpPbI NPUXOAAT K BbIBOAY O HEBO3MOHOCTM NMPOrHO3MPOBaHUsA TOr0, Kakow byaeT meanumHa byaywero, oa-
HaKo pe3ynbTaThbl pacwmndpPOBKM reHOMa M BO3pacTatoLasn AOCTYNHOCTb NEPCOHANbHbIX AAaHHbIX NPeACcTaBAAOT
YHWKaNbHbIN cOLManbHbll GeHomeH, TPebyIOLLMA CBOErO OCMbIC/IEHWA U OCBOEHMA B paMKax NMPaBoBOro nons.
B 6aurKaliwne rogbl AMCKYCCUA O POSIM NPABOBbIX MEXAaHWM3MOB B CAMOPEry/IMPOBaHUN FeHEeTUYECKMX Uccne-
[0BaHUI U reHeTUYecKmx yeayr byaet npnobpetatb BCE Honbliee 3HaveHue. NpeameTom 3TOM AUCKYCCUM Ha
MeXAYyHapOAHOM YPOBHE OCTAHETCA MpeXae Bcero obcyxkaeHve dyHAaMeHTaIbHOro BoNpoca o cobntoaeHnn
NnpaB JINYHOCTU B XO4E UHTEPMPETALMMN NOAYYaeMbIX AaHHbIX. [0 Mepe pPa3BUTUSA KOHCY/IbTAaTUBHOM reHeTuYe-
CKOM MOMOLLM Ha NOBECTKY AHA Bce 6osblie byaeT BbIXOAUTb BOMPOC OTBETCTBEHHOCTU 3a NPesoCTaBAAEMYIO
MHOOPMALLMIO M HANMYMA HALMOHANbHbBIX PEFYIATOPHBIX MEXaHU3MOB B PaMKax rocyAapCcTBEHHOIO peryampo-
BaHWA MU CAMOPErYINPYEeMbIX NPOdECCMOHANbHbIX aCCOLMALLUN.
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Abstract. A secular trend of the development of medicine in the 20th century was on the ways of strengthening
the foundations of public health, formation of systems of affordable medical care. Human genome deciphering
opens wide prospects for using the obtained data in medicine. In recent years commercial medical organizations
have been developing genetic research and personal genomic testing services.

The paper is devoted to the analysis of the importance of legal self-regulation in the field of genomic counseling
in the Russian Federation. The authors investigate the prospects of the introduction of personalized medicine
and limitations that arise today in one of the areas of the approach under consideration, namely: forecasting
predisposition to diseases of mixed nature, which is related to the peculiarities of development of medical and
demographic situation in the world. The question is raised about the need for broad population studies to verify
the risk values for diseases with low genetic determinacy.

The authors conclude that it is impossible to predict what medicine of the future will be, but the results of genome
decryption and increasing availability of personal data represent a unique social phenomenon that should be
developed within the legal framework. In the coming years, the debate on the role of legal mechanisms in the
self-regulation of genetic research and genetic services will become increasingly important. At the international
level, this discussion will be focused on the fundamental issue of respect for individual rights in the interpretation
of the data received. As genetic advice evolves, the issue of responsibility for the information provided and
the availability of national regulatory mechanisms within the framework of state regulation or self-regulated
professional associations will become a key concern.

Keywords: legal regulation; self-regulation; genome; genome research; genomic counseling; personalized
medicine; demographic and epidemiological transition; literacy of the consumer of genomic services.
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CeKynsapHbI TpeHa, pasBuTUS MegULMHbI B
XX B. Wen no nyTm yKpenseHua ocHoB obuie-
CTBEHHOTO 34,0p0BbA, GOPMMUPOBAHUA CUCTEM L0-
CTYMHOM MeAMLMHCKOM nomoLum. B 6onblumHcTBe
CTPaH MMpPa PbIHOYHbIE OTHOLLEHWUS BbIBOAW/IUCH
3a PaMKM OTHOLLIEHMIA «NauueHT-Bpay»>. 3apaBo-
OXpaHeHWe oTHOCUTCA K Tol cohepe, rae 6onbLuan
YacTb HAaceNeHUA MPU3HAET TONIbKO PABEHCTBO B
AO0CTYMHOCTU MeANLMHCKON MOMOLM HE3aBUCK-
MO OT COLMa/IbHOrO CTaTyca M MaTepuabHOro Ao-
cTaTka®. YBenmueHune npamMbIX M KOCBEHHbIX 3aTpaT
Ha nevyeHue 60/bHbIX NOTPebOBaNO OT CUCTEM
3,paBOOXPAHEHMA U FOCYAAPCTB NMOMCKA NyTen nx
CHMXKeHUA. 9To cnocobcTBoBano GOPMUPOBAHUIO
KoHLenumMm npodunakTMKK, BKIKOYAtOLLEN ABa Ha-
npaB/ieHnA: ONTUMMU3ALMIO Cpenbl OBUTaHUA Ye-
JIOBEKA M pa3BUTHE NOBEAEHUYECKON KOHLENLMH
dopmMmnpoBaHMA 300P0OBbA — TOrO, YTO B HALLEWN
CTpaHe Ha3blBaeTCca «340PO0Bbli 06Pa3 KU3HUY.
B cepeguHe XX B. bopmupyeTcs meToamyeckan
KOHLenuMaA nonynaunmoHHbIX UCCef0BaHNM, oc-
HOBaHHaA Ha BbiABNEHNM GAaKTOPOB pUCKa®.

PacwundposBKa reHoma YenoBeKa OTKpbIBaeT
LIMPOKME NepCrnekTUBbI MCMONb30BaHWUSA MOYYEH-
HbIX ZaHHbIX B MeAnLUUHe.

Kommepueckme meanumHCKMe opraHmsaumm B
nocnefHue rofbl Pa3BMBatOT OKa3aHMe yCayr no
reHeTMYeCcKoMy UCCef0BaHMI0 U NePCOHaNbHO-
MY FeHOMHOMY TECTUPOBaHUIO. HEeYKOHHOE CHU-
YKEeHMe LLeH Ha TaKue ycayru cnocobcTByeT pocTy
4yncna KAMEHTOB, 3aMHTEPECOBAHHbIX B MUCNO/b30-
BAHWMW Pe3yNbTaTOB TECTUPOBAHUA A/1A peLleHnn
60s1blWOro Kpyra 3agay. CerogHa Ha pbiHKe npea-
naraetcs 60/blLOM Habop Uccnea0BaHNIN U TECTOB,
OTKPbIBAKOLMIA GU3NYECKMM ANLAM AOCTYN K LWK-
POKOMY CMEeKTPY reHeTU4eckon nHpopmaumuu.

[u1cKyccua o poan NpaBoBbIX MEXAaHM3MOB B
camoperyiMpoBaHUN reHeTUYEeCKNX nccaenosa-
HUIM 1 FeHETUYECKMX YCNYT KacaeTca 0bcyRaeHns
byHAamMeHTaNbHOTO BONpOoca 0 cobatoaeHUn npas
JIMYHOCTU M NpexKae Bcero chepbl BOCNPOU3BOA-
CTBa YesloBeKa.

HakonneHHbIN mexayHapoaHbIN ONbIT M NOO-
YKEHMA PAMOYHbIX COTNTALEHNA MEXKAYHAPOAHbIX
OpraHU3aLMin KaK 3aKOHOAATEIbHOTO, TaK U 3TUYe-
CKOFO XapaKTepa No3BoAUAW OnpesennTb 6a3osble
NPUHLMMNbI NPOLEcca CAMOPEryIMpoBaHUA FTeHOM-
HbIX MCCNeA0BaHNIN U pa3paboTaTb HAaLMOHa/bHbIE
TpeboBaHMA K UX peanm3aLmm.

IPDEeKTMBHOCTb M YCTOMUYMBOCTb NpoLLecca ca-
MOPEryIMPOBaHUA reHOMHbIX UCCNe0BaHUM, MO
MHEHMUI0 psfa aBTopoB, obecneymBaeTcs Npu pea-
NIM3aLMK1 Ha TPeX YPOBHAX: MEXAYHapPOAHbIN ypo-
BEHb CAMOPErYIMPOBAHUA, MEXAUCLUUNINHAPHDINA
YPOBEHb CAMOPEryMPOBaHMS, TPETUIN YPOBEHD,
npeanonararoLwmnii peleHmne YacTHbIX BOMPOCOB
n npobaem BHYTpU coobuiecTBa CcneLmaancTos.

MNpodeccrmoHanbHan pa3obLLEHHOCTb CreLun-
a/INCTOB, 3aHMUMAIOLLUXCS TEHETUYECKMMU U Te-
HOMHbIMW UCCIeA0BaHUAMM, He cnocobcTByeT
BbIPabOTKe eANHbIX 3TUYECKUX TPeboBaHUI. YcTo-
ABWMeca TpeboBaHUA B 061aCTU reHETUYECKOTO
KOHCY/IbTUPOBAHMA NMPU BbiABIEHUN OPPAHHbIX
(peaknx) 3aboneBaHNit HECONOCTaBUMbI CO C/IOXK-
HbIM KOMMNNEKCOM 3TUYECKMX Npobaem, BO3HU-
KatloLWwMx NP reHOMHOM KOHCY/IbTUPOBAHUW, rae
COYETAOTCA MHTEPECHI MALMEHTA U €70 CEMbM KaK
Mo 3awuTe ob6LWMX BONPOCOB NPaB SIMYHOCTU, TaK U
Nno MHTepnpeTauun NepcoHaNbHbIX AaHHbIX, NONY-
YaeMmblX B XOA4e UCCAef0BaHMS.

Bo3HuKatoLwme npm aToM OCTpble AUCKYCCUM B
npodeccMoHanbHOM COObLLLECTBE FEHETUKOB Kaca-
OTCA MPUEMNEMbIX B PaMKax NpodeccnoHanbHoM
3TUKM aIFOPUTMOB NoBeAeHMA crneumanncta. Mo
3TOM NPUYMHE 3TUYECKNE TPpeboBaHMA LOJKHbI
pa3pabaTbiBaTbCA HE TONIbKO NPOdEeCcCUoHasbHbI-
MM co0bLLLeCTBAMM FEHETUKOB, HO U OTPAC/eBbIMU
0bbeaAnHeHUAMMN B MegULMHE B Lenom (Hanpu-
Mep, NpodeccMoHaNbHbIMU 06 BbEANHEHUAMM Crie-
LMaNnCTOB B chepe OHKOIOTMK, BKIIOYAIOLLUMM
B TOM YMC/Ie U MeAULMNHCKUX KANHUYECKUX FeHe-
TUKoB)°®.

B HacToALee Bpems HEYKIOHHO pacTeT goCTyn-
HOCTb FreHOMHbIX UCCNe0BaHUN, U B cpeacTBax

EpyauHa M. B., Kpom W. /1., LLimepkesuy A. b., lopozolikuH A. /1., ymnoea H. I0., LLlueaes H. H., boukape-
ea l. H. LocTyNnHOCTb MeAMLMHCKON NOMOLLM KaK 06IMIraTHbIN COLMAIbHbIN NPEAMKTOP 340PO0BbA HAaceneHusn
8 Poccuun (0630p) // CapaToBCKMIA Hay4HO-MeAULMHCKUIA 3KypHaa. 2016. Ne 12 (2). C. 101—105.

LWuwkuH C. B., boHOapeHKo H. B., byposk A. A. AHanus pasnnymii B 4OCTYNMHOCTU MEANLMHCKOM NOMOLLM AR
HaceneHusa Poccun // HesaBUCUMbIN MHCTUTYT COLManbHOM NoanTukK. M., 2007. T. 52.

Schwartz S., Diez-Roux R. Commentary: Causes of incidence and causes of cases-a Durkheimian perspective
on Rose // International Journal of Epidemiology. 2001.30 (3):435—9. DO0I:10.1093/ije/30.3.435. PMID
11416059.

BapnaeH M. B., Mawkosa K. B., 3eHuH C. C., bapuuy A. /1., Cyeopos I H. NMounck obwmx npuHLMNoOB camope-
ryIMpoBaHMA reHOMHbIX MCCNe0BaHUI B KOHTEKCTE obecneyeHns NpUMOPUTETHOM 3aLMTbl MPAB U 3aKOHHbIX
nHTepecos anyHoctu // Npobnemsbl npasa. 2019. Ne 3 (72). C. 11—18.
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MaccoBOM MHbOPMALMM CTanu NOABAATLCA NPO-
FHO3bl OTHOCUTE/IbHO BO3MOKHOFO M3MEHEHMUA
TPaAMLMOHHOW MOAENN 34PaBOOXPAHEHMA YKe B
6avkaliwem byayuiem’.

BO3HWKANA KOHUENUMA TaK Ha3blBaeMon me-
AnumnHbl 41, PacwmrdpoBKa 3TON KOHLENUUU
CBOAMTCA K 4 NnapameTpam — OCHOBHbIM Xapak-
TEPUCTMKAM HOBOW MeAUUMHbI: NpeacKasaTeb-
Has, NnpoduaaKkTUYecKas, NepCcoHaAIU3NPOBAH-
Han, napTHepckan (aHrn. predictive, preventive,
personalized, participatory).

Onupascb Ha 3TU XapaKTEPUCTUKM, HOBas Me-
OMUMHA, N0 MHEHUIO ee anosioreTos, Npeanaraet
AocumMnATOMaTUYeCcKoe npeackasaHme, npodu-
NAKTUKY ¥ NpU HEOBXOAMMOCTU NepPCoHaNU3UPO-
BaHHOe BO34EeNCTBUE HA KOHKPETHbIE NMPUYUNHbI
pa3BuTUA 3a60/1€BaHUI BMECTO ANATHOCTUKA U
CTAaHAAPTU3NPOBAHHOTO JIeYEeHUA BbIIBIEHHbIX
HapyLlweHui. Mpn 3TomM cuMTaeTca, YTo NaUMeHT
60/1ee aKTMBHO y4acTBYET B NpoLiecce cOBCTBEH-
HOro NeYeHuns, NPUHUMaN peLleHns U 0co3HaBasn
JIMYHYIO OTBETCTBEHHOCTb 3a ero pesynbTatbi®,

Peannsauuna npmHumMnos megnuunHbl 411 onu-
paeTcA Ha AaHHble TEHOMHbIX UCCeA0BaHUI U Ha
MX OCHOBE CTPOMUT MHAMBUAYASIbHYIO TPAEKTOPUIO
B paMKax BO3MOXKHOCTEN KOHKPETHOro reHoma.
Mpw aTOM BMeCTO co3aHuA baaronpuaTHowm cpe-
bl 06UTAHMA YesloBEKA U UCKNIOYEHUS CPesoBbIX
$aKTOPOB pUCKa AN1A ero 340p0BbsA NpeaaaraeTcs
NMepeHecTn akLLeHT Ha CaMOOrPaHNYEHNS NaLMeH-
Ta B COOTBETCTBUM C PEKOMEHAALMAMM Ha OCHOBE
MOJIYy4eHHbIX AAHHbIX UCCNef0BaHNA UHANBUAY-
a/IbHOTrO reHoma.

Mo HEKOTOPbIM ONTUMUCTUYHBIM NPOFrHO3aM
pa3BuUTble CTPAHbl MOTYT MEPENTU K MOAENN Te-
HOMHOIO 34PaBOOXPaHEHMSA YKe B banKanLwee
aecatnneTne, Tem 6osiee YTO IKOHOMMUYECKUE
OLEHKM MOKa3bIBatOT ObICTPOE CHUMKEHUE CTOU-
MOCTU paclindpOBKU MHAMBUAYANbHOIO reHOMA.

Mogenb meguumnHbl 41 NPUHLUNNANBHO OT-
JIMYAETCA OT CEroAHAWHMX NOAXOA0B 340aBOOX-
paHeHMA, T.K. CKNaablBAaeTCA KaK KOMMepYecKas
NpaKTMKa.

OfiHaKo 3HauYMMble ycrexm reHOMHOro noaxoaa
KacatoTcA NperKae BCero BONPOCOB NAaHUPOBaHMA
cembu M NpodUNaKTUKM opdaHHbIX 3ab601eBaHNN.

B npaKTuKe poccuiickon meanumHbl ¢ NaumneH-
TOM B3aMMOZEMNCTBYET Bpay KAMHMYECKOW cneuu-
a/IbHOCTM, KOTOPbIM onpeaensier Kak TakTUKY fe-
YyeHus, TaK U KoppeKLMto 06pasa KU3HKU NaumeHTa
(nMTaHuMe, dU3MYECKME HATPy3KM, OPYTUE SNEMEH-
Tbl 34,0POBOroO NOBEAEHMA, CAHAaTOPHO-KYPOPTHOE
NeveHue). [ipyrue cneumanunctol, paboTtatoume
B MeAMUMHCKUX opraHmnsaymsx, obecneymsatoT
MHOOPMALMOHHYIO NOAAEPMKKY B BUAE KNAMHUKO-
AMarHOCTUUYECKUX U NPUBOPHbIX UCCNea0BaHWUNA.
B yacTHOM reHeTUYeCcKon (reHOMHOI) KOHCYbTa-
LMW TAaKOTO »KECTKOro pacnpeaenieHns poien He
npocmaTpuBaeTcs.

Mepexod OT reHeTUYECKOro KOHCY/bTUPO-
BaHMA K rEHOMHOMY TEeCTUPOBaHMIO NO3BONSAET
nepemnTn OT OLLEHKM FreHEeTUYECKU KeCTKo aeTep-
MMWHUPOBAHHbIX 3a60/1€BaHMN K 3ab0/1IeBaHMAM
CMeLLlaHHOW Npupoabl, 4N1A TaKnx 3aboneBaHui
XapakTepeH 60/1blOoM AMana3oH covYeTaHni Kak
NPOsIBAEHUIN reHeTUYeCKnx GaKkTopos., Tak U BAU-
AHMA GaKTOPOB BHELWHEN cpeabl U 0bpasa Kus-
HM YyenoseKa. C 0/HOWM CTOPOHbI, paclundpoBKa
MHAVBUAYANIbHOTO reHOMa MO3BONAET OLEHUTb
NMOTEeHLMaNbHbIN PUCK pa3BUTUS 3aboneBaHUA u,
COOTBETCTBEHHO, NPUHATb Heobxoaumble npodu-
NAaKTUYECKMe Mepbl UM Mepbl paHHEN AnarHocTu-
Ku. C opyroii CTOPOHbI, CYLLECTBEHHO CHUMKAETCA
Ha4eXHOCTb NPOrHO3a BO3HMKHOBEHUA YKa3aH-
HbiX 3aboneBaHun. CerogHs nmeeTtcs 6onblUoe
KO/INYecTBO HapaboTOK NO NPOrHo3y pajaa 3a-
60/1eBaHUI, HANPUMeEpP OTAENbHbIX BUAOB pakKa.
BmecTe ¢ TeM KONMYECTBO HEUCCIeA0BaHHbIX 3a-
KOHOMEPHOCTEN OrPOMHO.

PaccmaTpumsan KoHUenuuo meanumnHbl 411, mbl
OOJIKHbI 3343TbCA BOMPOCOM O MeAMKO-AeMOrpa-
¢duryeckon cutyaumnmn B mmpe. XX BEK M HayaBLleecs
XXI cTonetue xapaKtepmnsoBaauncb gemorpaduye-
CKUM NMepexoiom, CyLLeCTBEHHbIM KOMMNOHEHTOM
KOTOPOTro ABAAETCA 3NNAEMUONIOTMYECKUI nepe-
X044, — U3MEeHeHMe CTPYKTypbl 3abosieBaemMocTy.

BuHozpadosa E. B byayliem 300p0Bbe KaxKA0ro byaeT B ero cobCTBEHHbIX pyKax. Bpayam ocTaHyTcA nunLb

cepbesHble Hegyrv // URL: https://www.vedomosti.ru/lifestyle/articles/2014/11/03/v-buduschem-zdorove-
kazhdogo-budet-v-ego-sobstvennyh-rukah (gata obpauweHusa: 30.06.2020) ; Kawees A. MeaunumHa-2030:
KaK Mbl Byaem neuntbes B Bauskanwem byayuiem // URL: https://www.rbc.ru/opinions/society/23/11/201
5/5652¢9e39a7947d8b630d9d3 (gata obpauweHus: 30.06.2020) ; Pebpukos /. UHamBuayanbHblii reHom 6y-
[€T 3an1caH B MeAMLUMHCKOW KapTe Ka)Aoro naumeHTa yske B 6avxainwem 6yaywem // URL: https://www.
kommersant.ru/doc/3395270 (pata obpauieHua: 30.06.2020).

8 Hasapos B., Cucu2uHa H. IKOHOMMKa reHeTUYECKOro 34paBooxpaHeHuna // IkoHoMmyeckasa nonuTuka. 2018.
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YCnoBHO BblAENAOT 4 cTagmMn anngemmonornye-
cKkoro nepexopa’.

MepBas cTagMa — snoxa anuaemuii U ronoaa,
XapaKTepusyoLwanca KpynHbIMU SNMAeMUAMU UIn
NaHAEMUAMMN U UHDEKLMOHHBIMKU 3a601€BaHUAMM
Kak Hambonee YacTom NpUYMHOM cmepTun. NMpuHa-
TO CYMTaTb, YTO Ha 3TOM CTaaMm NpeobaasatoLwmm
TPEeHAOM ABNAETCA YMEeHbLUEeHMe CMEePTHOCTH OT
TaKMX ONacHbIX MHOEKLMOHHbIX 3a601eBaHNI, KaK
4yyma, XoJsiepa, ocra, COKpaLLaeTca posib ronoaa.
CtpaHbl 3anagHoi EBponbl npowau 3Ty ¢asy ¢
XVIII no cepeanHy XIX B.

BTopasa cTaauA anuaeMmnonormyeckoro nepe-
Xo4a — yCTOMYMBasA TEHAEHUMA OTCTYN/eHus
MHOEKLUMOHHbIX 3aboneBaHM. CHUKaeTcs 3a60-
IeBaeMOCTb M CMEPTHOCTb OT TyOepKynesa, Keny-
[OOYHO-KMLLEYHbIX MHOEKLUNIN, MHPEKLMI AETCKOrO
Bo3pacTa. Mpm 3TOM HauMHaeTcA pocT 3abonesae-
MOCTM U CMEPTHOCTM OT HEUHEKLIMOHHOM NaToso-
rmn — 3a60n1eBaHNN cepaeUYHO-COCYANCTOM cuUcTe-
Mbl, onyxonei. Ana ctpaH 3anagHomn EBponbl 3Ta
¢dasa xapaKTepHa c cepeamnHbl XIX go cepeaunHbl XX B.

TpeTba cTagma — anoxa coumanbHo 0bycnos-
NeHHbIX 3ab601eBaHMI. XapaKTepu3yeTcs pOCToOM
cepaevyHo-cocyaucTbix 3aboneBaHnii, paka u He-
CYACTHbIX C/Ty4aeB KaK CamMblX PacnpoCcTPaHeHHbIX
NPUYMH NpexaeBpeMeHHoM cmepTn. Habntopaet-
CA TEHAEHUMA K CMATYEHUIO NOC/NeACTBUIA UHAY-
CTpuanunsaumm. PassuTme 34paBOOXPAHEHMUA, OPU-
€HTUPOBAHHOCTb Ha NPOUIAKTUKY 3aboneBaHN
yMeHbLUatoT 3a601eBaeMOoCTb MU CMePTHOCTb. MNpwn
STOM MOBbILIAETCA OXKMAAEMbIA BO3PACT CMEPTH
oT 60/1bLUMHCTBA BoNe3Hel 3a cYeT yBeNMYEHUSA
OXMOAEMOM NPOLOMMKUTENBHOCTUN KU3HKU. OnA
CTpaH 3anaaHoli EBponbl 3Ta dasza xapakTepHa Ana
BTOPOW NOA0BUHbI XX B.

YeTBepTasa cTaAuAa aNnUOEeMUONOTNYECKOTO
nepexoaa — 3Moxa AereHepaTUBHbIX U CBA3AH-
HbIX C BO3pacTom 3aboneBaHuii. Habntogaetcs no
60bLUEN YACTU B CTPAHAX C BbICOKMM YPOBHEM A0-
xo00810. YmeHbluaeTca mnageHyeckan u aetckas
CMEpPTHOCTb M CMEPTHOCTb II0AEN MOXKMAOTO U
CTapueckoro Bospacrta. CTpaHbl 3anagHol EBponbl
BXOA4AT B 3Ty $a3y ¢ KoHua XX B.

MpoxoxaeHne 3TUX CTaAUN XapaKTepHO ANA
BCEX CTPaH, HO CPOKM MX MPOXOXKAEHUA PA3NUYHDI,

Kak M Hayaso aToro npouecca. OnpeaenamoLmm
dakTOopOM siBAAETCA gemorpadmyecknin nepexos,
3a KOTOPbIM CTOAT GaKTOPbI IKOHOMMUYECKOTO pas-
BUTMA M PA3BUTUA 34paBOOXPaHeHMA. PoccuiicKan
depepaunsa (Poccuiickana nmnepus, CoBeTckui
Coto3) ocyuiectBuna gemorpadpuueckunii nepexos,
npumepHo 3a 100 net!!, a no yposHio aywesoro
[oxona Konebnetca Mmexay CTpaHamMM C BbICOKMM
O0X040M M CTPAHAMM CO cpeaHe-BbICOKMM [0-
xoaom!? n, byaem HageAaTbcs, B CpeHEeCPOYHON
nepcrnexkTMBe BONAET B rpynny CTPaH, HaXo4ALLMNX-
cA B 4-i pase anMAeMMONOTMYECKOTO Nepexosa.

TakMm 0b6pasom, cCTpaHbl, B KOTOPbIX pa3Bep-
TbIBAaeTCA BHEAPEHME reHOMHbIX UCC/IeA0BaHUN,
HaxoAATCA Ha 4-1i cTagnn aemorpadpuyeckoro ne-
pexofa, U IKCNepTHbIe 3aKNHUYEHMA MO TEHOMY Ka-
catoTcs 3aboneBaHuUI, KOTOPbIe MOTYT BOSHUKHYTb
Y KMEHTOB Yepes 3HAUYUTENbHbIM MPOMENKYTOK
BPEMEHU OT MOMEHTa NPOBeAEHUA UCCAea0Ba-
HWUW, N3MEPAEMbIA HECKONIbKUMU AECATUNETUAMM,
YTO MOBbIWAET OTBETCTBEHHOCTb 33 MPOrHO3.

Ha cerogHAWHMIA geHb y Hac mano nHpopma-
LMK O POSIN FEHOMA B Pa3BUTUUN CepLeYHO-COCY-
ANCTbIX 3a60/1€BaHUI U fereHepaTUBHbIX U3MEHe-
HUMN, a TaKKe paga Apyrux 3abosneBaHui.

MpodunakTnyeckne peKoMeHgaumMm SONKHbI
6bITb AaHbl HA OCHOBE MONYAALNOHHbIX OLLEHOK
baKTOPOB pUCKa, AN1A Yero TpebyroTca MHoroneT-
HWe aNNAEMMNOIOTNYECKME UCCIeA0BaHMS.

MpoBeaeHne nccnefoBaHUi N0 UHAUBUAY-
a/IbHOMY reHOMHOMY KOHCY/IbTUPOBAHWUIO CTaBUT
BONpPOC 06 y4yacTUn cneLmaancToB MeamLMHCKO-
ro npodwuns B NnpenocTaBAeHnn Takol ycayru. Mo
pe3ynbTaTam pacwmnPpoBKM reHOMa Heobxoanumo
nposeaeHne BpavyebHOM KoHcynbTaunmn. OTcyT-
CTBME TAaKOW KOHCY/IbTALLMM MOXKET Le30PUEHTUPO-
BaTb NOTPebuTens. Pe3ynbTaTbl BOCNPUHUMAIOTCA
rosiydaTesiem yCayru Kak 3aBeLomMo 06 beKTUBHbIE
(ooBepue K coBpeMeHHOM HayKe, B YaCTHOCTU K
reHetTuKke). O4HaKo NPUHATME B3BELLEHHOTO pe-
LWEHWNS BO3MOXKHO TO/IbKO NOC/IE KOHCY/IbTaLMKU C
BpayoM. B NpoTMBHOM c/ly4ae 3TO NPUBOAMT K CU-
Tyaumu, Korga noTpebutens NpUHUMaET pelleHume
0 XMPYPruyeckomM BMeLLaTeNbCcTBe AN npodunak-
TUKW PasiNyHbIX 3ab601eBaHMIA, HaNnpuUMep paka.
Bo3moxkHa 1 obpaTHana cuTyaums, Korga notpebu-

Omran A. R. [1971] The epidemiological transition: A theory of the epidemiology of population change //

The Milbank Quarterly. 2005.83(4):731—57. DOI: 10.1111/j.1468-0009.2005.00398.x, PMC 2690264, PMID
16279965 ; Wahdan M. H. The epidemiological transition // Eastern Mediterranean Health Journal. 1996.2(1):2.

10
30.06.2020).

URL: https://www.who.int/ru/news-room/fact-sheets/detail/the-top-10-causes-of-death (gata obpauieHus:

1 URL: https://iq.hse.ru/news/177677312.html (aata obpauieHma: 30.06.2020).
12 URL: https://www.worldbank.org/ (nata o6pauieHus: 30.06.2020).
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Tenb byaeT UTHOPUPOBATb BblAaHHbIE eMy paHee
npeanucaHunsa Nno 1eKapCcTBEHHOM Tepanum nam
npodunakTnyeckum meponpuatTuam. Mommmo yya-
CTUA Bpayel, TpebyeTtcs pa3paboTka BepbaibHOM
WHTEpnpeTauumn pesynbTaToB reHOMHOIO TECTUPO-
BaHMA — GOPMMPOBAHUNA GYHKUMM NPUHALNENK-
HOCTW KaK a/ibTepHaTUBbI UMPPOBLIM 3HAYEHUAM
pucka. Tak, No pesynbTaTam onpoca, NpoBeaeH-
HOro AMepPMKaHCKUM KOANEOKEM MeLMULMHCKOM
reHeTUKM n reHomuku (ACMG), npegnoyTmTenbHa
NATUYPOBHEBAA TEPMUHONOTMYECKAA CUCTEMA, UC-
NONb3YyoLLLAA TEPMUHbBI KMATOTEHHbIN», «BEPOAT-
HO, MaTOTeHHbINY, «HeonpeaeNeHHOe 3HaUYeHue,
«BEPOATHO, HEOMACHbBIN» U «HEeoMNacHbIN» 3,

Takum 06pasom, cyLLecTByeT ONacHOCTb HEBEp-
HOM MHTepnpeTaLMn pPe3ybTaToOB rEHOMHbIX UC-
cnefoBaHWUi. M 34ecb BO3MOXKHO BMELLIATENBCTBO
rocy4apcTBeHHOro perynatopa. Tak, YnpasnieHue
MO KOHTPO/IO 33 NULLEBBIMM NPOAYKTAMM U NEeKap-
CTBEHHbIMM cpeacTeamu (FDA) Bblgano npeanuca-
HUe BMoTexHonormyeckom kKomnaHum 23 and Me,
«HEemMea/IeHHO NPeKpPaTUTb PacnpoCcTpaHeHue Te-
CTOBOW IMHEMKN NPOAYKTOB reHOMHbIX Uccaeno-
BaHUM M NpenocTaBieHne NePCOHabHbIX YCAyr
KOHCY/IbTUPOBAHUA MO BONPOCAM FreHHOW UHKe-
Hepuun». Kak 3aaBuAM NpeacTaBuUTeNIn pPerynsTopa,
BO3HMKAOT «Cepbe3Hble NOCNeACTBUA, ECIN pe-
3yNbTaTbl aHA/IM30B MHTEPMNPETUPOBAHbI NaUMeHTa-
MW HEBEPHO UM €CIU UM COOBLLAIOTCA HEKOPPEKT-
Hble cBeaeHusa» (US Food and Drug Administration;
Warning letter: «23and Me, Inc. 11/22/13»)%,

C 04HOW CTOPOHbI, peYb UAET O KOHTPO/E CO
CTOPOHbI rOCYAapPCTBa OTHOCUTENBHO AOCTOBEP-
HOCTW NPeAoCTaBAAEMON YaCTHbIMM KOMNAHUAMM
MeaMUMHCKON MHGOopMaLLMK, C APYrO CTOPOHDI,
BbIABASAETCA Npobiema HefO0CTaTOMHOCTU 3HAHWU
y notpebutenei ycnyr ona BepHoOM UHTepnpeTa-
LMK noay4aemon nHbopmaLmu.

13

MOKHO roBOpMUTb O TOM, YTO CTOUT BOMPOC
dopmMMnpOBaHNA TPAaMOTHOCTM NoTpebutens re-
HOMHbIX YCAYT.

AHanuns matepunasnos No PasBUTUIO FEHOMHOTO
KOHCYNbTUPOBaHWUA FOBOPUT O HEOBXOAMMOCTM MO-
NCKa ONTUMA/IbHOFO COOTHOLLEHWS CaMOperyau-
POBAHWA Ha YPOBHE HALLMOHA/IbHbIX aCCOLMALIUN,
OopraHmMsaumun No U3yyYyeHUto UHANBUAYANbHOIO
reHoma W rocyapcTBEHHOro peryimpoBaHuA B
obnactn MHTepnpeTaLmm AaHHbIX reHoma. B 6.1un-
Jalwue rogbl, HECOMHEHHO, NPeaCcTOUT WNPO-
Koe BHeApeHMe reHOMHOro KOHCY/IbTUPOBaHUA.
OAHaKo Ha NyTU BHEAPEHUA 3TUX METOA0B Heob-
XOAMMO peLwnTb pAL 3a4ay, CBA3aHHbIX C NOCTa-
peHnem HaceneHMa 1 CABUIoM NaToNormun B cTap-
LMe BOo3pacTHble rpynnbl. Ha Nyt Bepudmkaumm,
Ka3anocb bbl, BbICOKO penpe3eHTaTUBHbIX C TOYKK
3peHMA reHeTUKM AaHHbIX NPeaCTOUT BbINOAHUTD
KpyrnHble NONyAAUuNMOHHbIE 3NNAEMUOIOTMYECKME
nccnefoBaHUs Ha NpeaMeT pMCKa pa3BUTUA Mac-
COBbIX HEMHEKLMOHHbIX 3aboneBaHuUiA.

PaccmaTpuBas BOnpocCbl OTHOCUTENBHO UH-
TepnpeTauum reHoma, Mbl He ZOXKHbI 3a6bIBaTh,
yTO Yy)Ke ABaXKAbl, BEpHee — B ABYyX obnacTsax,
Hay4yHoe cooblecTBo, oNMpanch Ha HoBelLLne
npeacTaBieHNs CBOErO BPEMEHM, AaBano UX He-
BEPHYO TPAKTOBKY. ITO 3anyLLeHHbIN PpeHcrcom
FaNbTOHOM MPOLECC BHeAPEeHUA eBreHnKn'®, npu-
TOM 4YTO aBTOpUTET [aNIbTOHA U ero Hay4Hble 3a-
CNYyrv He MoryT BbITb NOABEPrHYTbI COMHEHUIO, U
neponoruna'®, ocHosbl KOTOpOIt BbinK paspaborTa-
Hbl [peHBunnom CraHaum Xonnom. CerogHa, Korga
AenaeT nepsble Warv anureHeTnKa, Tpebyercs
0CO3HAHMe BO3MOKHbIX MepeMeH B KNaCCUYECKMX
napagmMrmax MoJieKyiAapHOM BMONOTUKN U TeHeTU-
Knl’, 4TO MOKET U3MEHUTb HaLLW B3MAAbI U HAWUTK
ONTMMabHbIE NOAXOAbl K PA3BUTUIO MEAMULINHbI
N BHEAPEHWNIO AOCTUKEHWUI MO UCCNEA0BAHMIO re-

Sue Richards, Nazneen Aziz, Sherri Bale, David Bick, Soma Das, Julie Gastier-Foster, Wayne W Grody, Madhuri

Hegde, Elaine Lyon, Elaine Spector, Karl Voelkerding, Heidi L Rehm. ACMG Laboratory Quality Assurance
Committee Standards and Guidelines for the Interpretation of Sequence Variants: A Joint Consensus
Recommendation of the American College of Medical Genetics and Genomics and the Association for
Molecular Pathology Genet Med. 2015 May;17(5):405-24. URL: https://pubmed.ncbi.nim.nih.gov/25741868/

(naTa obpaueHuma: 30.06.2020).
14

Caxunieapeesa A. P. TocypapCTBEHHbIW KOHTPO/Ib MHTEPNPETALUN FTEHOMHbBIX UCCIeA0BAHUI U MEANLMHCKUX

npunoxeHnit B CoeamHeHHbIx LTtatax Amepuku // BectHnk PYAH. Cepus : lOpuanueckme Hayku. 2018. T. 22.

Ne 3. C. 329—345.
15

Number 1.
16

Galton F. Eugenics: its definition, scope, and aims // The American Journal of Sociology. Vol. X; July, 1904;

nesepoes C. Hayka o HoBOM YenoBeke. CHayana ee NOAHUMAN Ha LWUT, 3aTEM... 0OBABUAN «BPeHOW» U 3a-

npetunn // Netepbyprckune segomocTtu. Boin. Ne 098. 29.05.2013.
7 Meloni M. & Testa G. Scrutinizing the epigenetics revolution // BioSocieties. 2014. Vol. 9. Pp. 431—456.
URL: https://link.springer.com/article/10.1057/biosoc.2014.22 (aata obpateHusa: 30.06.2020).
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HOMa B MOBCEAHEBHYIO NPaKTUKY reHeTUYECKOM
KOHCY/NbTaLUK.

MoaBoaa UTorm paccmaTpmBaembix Npobaem,
MOKHO BbIAENUTb CIeAyIOLLME K/HOYEBbIE MOMEHTDI.

MepcoHndMUMpoBaHHAA MeauLMHA KaK pesy/b-
TaT UCMO/Ib30BAHMA FEHOMHOM MHPOpMaLUK —
Oeno HesaBTpallHero gHa. MNpexae yem B KOpHe
N3MEHWUTb NOAXOAbl K B3aMMOAENCTBUIO C NaLMEH-
TOM, HE0HXOAMMO PeLnTb A40CTAaTO4HO 6onbLIOMN
Kpyr 3aZa4 npaBubHOMN MHTEPMPETALIMKN Uccaeno-
BaHMM reHoma. Heobxoammo opraHM3oBaThb cre-
LManbHble aNMAEMMUOIOTMYECKME NCCef0BaHMUA,
KOTOpble A0MKHbl 06ecneunTb BO3MOXKHOCTb pe-
a/IbHO MPOrHO3MPOBATbL PUCKM 419 340POBbA C yye-
TOM TeHAEHUMM K peannsaummn npegnoaaraemomn
NnaTo/IorMmn Yepes HECKO/IbKO AecATUNETUI nocne
BbIAB/IEHMS OCOBEHHOCTEN NepCcoHaNbHOro reHomMa
(sx30ma). Heobxoammo TakxKe nposepuTb addeK-
TMBHOCTb PEKOMeHZALUMI NO KOppPeKL MM noBese-
HKS (0BLLLEro CTUASA MKU3HU, MUTAHUA, UHTEHCUBHO-
CTW Harpy3ok, Bbibopa npodeccuu, onepaTUBHbIX
BMeLLATeNbCTB, IEKaPCTBEHHOM Tepanum), KoTopble
No3BOJIAT U36eXKaTb HapyLUEHUI B COCTOAHUN 34,0-
poBbA. MNpK 3TOM BaXKHO HOPUANYECKU 3aLMUTUTD
JINYHOCTb OT BO3MOXKHOM AMCKPUMMUHALMM Ha OC-
HOBE ee reHeTU4YecKnx ocobeHHocTel.

OTeuecTBeHHaA meauymHa, HadymHasa c XIX B.,
Bcerga npuaasana 6onblioe 3HaYeHMe pasBu-
TUIO NPOPUNAKTUYECKOTO HanpasaeHua. IMeHHo
B HalLel CTpaHe yAana0cb co34aTb NOSIHOLEHHYIO
MEAMUMHCKYHO CNY*KOY KOHTPOAS 32 OKPY*KatoLLein
cpenon — cucTemy CaHUMTapHO-3MNMAEMUONOTNYE-
CKOro Haa3o0pa. 3anagHas meauLmMHa cCocpeaoToUn-
Nacb B XX B. Ha neyeHumn 6onesHun, a He 6ONbHOrO, a
CNy*KObl KOHTPONA OKPYrKatOLLEN cpeabl HaxoaaTcs
BHe chepbl 3apaBooxpaHeHus. C 4pyroi CTOPOHbI,
CNeumManmncTbl No rMrmeHe BCeraa oLyLLaam yxon, ot
3[10pOBbsi Ye/I0BEKA K CObMt0aeHNI0 GOpMabHbIX
TpeboBaHMI HOPMATUBHbIX SOKYMEHTOB. Ycnexu re-
HOMHbIX UCCeA0BAHNIN U PA3BUTUE INMUTEHETUKM,
BO3MOXHO, [1al0T AOPOrY He CTO/IbKO HOBOM Meau-
LMHE, CKO/IbKO HOBOW TMIMEHe — TMIrmeHe NepcoHu-
dnumMpoBaHHOM, rge, nommMmo GopMasibHbIX Tpe-
60BaHM K cpeae obuTaHMA YenoBeKa, NoABNAETCA

BO3MOKHOCTb NPEAJIOKUTb EMY UHANBUAYANbHYIO
«TpaeKkToputo» noseaeHna — GoOpMMpPOBaAHNE UH-
AvBuayanbHoro obpasa *u3Hu, cobatogeHue nep-
COHa/IbHbIX TPeOOBAHWI K cpesie cBOEro obuTaHmsa
" 106pOBO/bHbLIN BbIGOP Npodeccun He ToNbKO UC-
X045 U3 CNOCOBHOCTEN U MHAVBUAYAJIbHbIX Npea-
MOYTEHM, HO 1 C Y4ETOM CBOEIO reHeTUYECKOro
npoouna. BosmorKHO, MMEHHO B TAKOM Hanpasne-
HWUKM Pa3BUTUS NpUOBPeTET HOBLIN, Hos1ee BbICOKMI
CMbICN BbICKa3biBaHue H. U. Muporosa: «f septo B
rMrueHy. BoT rae 3ak1to4aeTcs UCTUHHBIN Nporpecc
Hallen HayKW. byayuiee NpUHAANEKUT MeauLmHe
npeaynpeauTenbHon. 3Ta HayKa NpUHeceT Heco-
MHEHHYIO NMONb3y YenoseyecTsy».

KaKkoi bygeTt meanumnHa byayuiero, cerogHa
onpeaenvTb TPYAHO, HO pesy/bTaTbl paclindpos-
KM reHoMa M Bo3pacTatow,asn JOCTYMHOCTb nep-
COHaNbHbIX AAHHbIX NPEACTABAAIOT YHUKANbHbIN
coumanbHbi peHomeH, Tpebytowmii cBoero oc-
MbIC/IEHUA M OCBOEHWSA B paMKax NPaBOBOro NOA.

B 6aunkanwime roabl ANCKYCCUA O POSIM MPaBo-
BbIX MEXaHWU3MOB B CAMOPEry/IMPOBAHUM FrEHETU-
YeCKUX UCCNefoBaHUM U TeHeTUYeCKuX ycayr by-
AeT npuobpeTtaTtb BCE Hosbluee 3HaYeHMe.

MpeameTom 3TOM AUCKYCCUMN HA MeXAYHApOo4-
HOM YypPOBHE OCTAaHEeTCA NperKae Bcero obcyxae-
HWe dyHAaMeHTaIbHOro Bonpoca o cobntoaeHnn
npaB IMYHOCTU B XO4E UHTEpMpeTaLmMm noayyae-
MbIX OaHHbIX. M 32 pybexKom, 1 B Hallel cTpaHe
npegmeTom obCyKAEeHMA ABAAKOTCA BOMPOCHI,
Kacatowmeca chepbl BOCNPON3BOACTBA Ye/IOBEKA
(BcnomoraTenibHbIX PENPOAYKTUBHbBIX TEXHONOTUN)
N BblfaBNeHMs opdaHHbIX 3aboneBaHM.

Mo mepe pa3BUTUA KOHCYNIbTAaTUBHOM FreHeTUYe-
CKOM MOMOLLLM Ha NOBECTKY AHA BCE bonblue byaert
BbIXOAMUTb BOMPOC OTBETCTBEHHOCTU 3a NPEAOCTaB-
NAEMy0 UHPOPMALMIO U HAIMYMA HALLMOHAbHbIX
perynaTopHbIX MEXaHM3MOB B PpaMKax rocygap-
CTBEHHOTO PeryanpoBaHuA NN camoperynumpye-
MbIX MPOdECcCcMOHaNbHbIX acCoLMaLMiA.

He meHee BarkHas npobaema — 3TO roTos-
HOCTb NoJsiy4yaTenen ycayr K NnpaBuabHOMN caMo-
WMHTepnpeTaumm pe3ynbTaToB reHeTUYECKOro 1c-
cnefoBaHus.
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