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S®APMAKOIEHETUKA OO0 POXXOEHUA: MEPCOHAJIMSNPOBAHHAA ®APMAKOTEPAIMNA, BPEMA
SHAHUA N STUKA POOUTEJIbCKOIO PELLEHUA

C. M. OemapuHa = A. A. Yconkun, HO. [. Banawosa, C. B. Tuxomvposa
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B HacTosillem 0630pe paccMaTpyBaloTCs STUHECKME W MpaBOBble acnekTbl (hopMUPOBaHKS (hapMakoreHeTU4ecKoro nacrnopta Ha MPeKOHLEMNLMOHHOM
(mo 3a4aTng) 1 NpeHaTaibHOM (BHYTPUYTPOOHOM) neprofax. MeTogonornieckoe pasrpaHndeHmne sTanoB reHETUHECKOro TECTUPOBAHWS MOMOXEHO B OCHOBY
pPaboThl. MMPEKOHLENUMOHHBIN CKPMHUHI HanpaBneH Ha OLEHKY CTaTyca HOCUTENbCTBa y OyAyLMx poamUTenen 1 0becnedeHnst x penpodyKTUBHOM CcBOOOAbI,
Torfa Kak npeHartanbHoe 1ccneaoBaHne NpefocTaBnseT AaHHble O MNoAe, CTaBs Or1o3TUYECKMe BOMPOCh! O 3all1Te UHTEPECOB 1 camoonpeaeneHny pebeHka
B OyayuleM. ObCy»OarTcs TEXHOMOMM HENMHBA3UBHOIO MpeHaTanbHoro Tectuposanus (HUMT) 1 npermniaHTauMoHHON reHeTnydeckor amarHoctikm (M)
N MEePCMeKTVBbl NCMOMb30BaHNS BHYTPUYTPOOHOM (apMakoTepanum nMpu TsSHKeSbIX BPOXKAEHHbIX aHoManmax. Ocoboe BHUMaHWE YAENSeTCs 3TUHECKVM
KOHAVIKTaM: AnemMMOoi Mexay «lpaBoM Ha 3A0POBLE» 1 «MPaBOM Ha HE3HaHMEe», FPaHKLIaM POAUTENBCKOrO PELLIEHNS 1 PUCKOM MEeHETUHECKON CTUrMaTV3aumi.
[MpennoXeHbl HOpMaTVIBHbIE MOAXOAb! ANS 6anaHca BbISBNEHHbIX MPOTUBOPEYMA (MUHMANBHOE BMELLATENLCTBO, KIIMHMYECKas NoSb3a, OT/IOKEHHDIA BbIOOP).
B pesynsrate aHanmaa poccuincKoro 3akoHOAATENLCTBA U MEXAYHAPOAHbIX OKYMeHTOB (KoHBeHLms OBbeno, 3akoH GINA, Pernament GDPR) cchopmynmposaHb!
pexkoMeHaaLMn AN CUCTEMbI 30paBOOXPAHEHS 1 MPaBOBOrO PEryIMpoOBaHKs.
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This review examines the ethical and legal implications of creating pharmacogenetic passports during the preconception (prior to conception) and prenatal
(intrauterine) periods. The work is based on a methodological differentiation between the stages of genetic testing.. Preconception screening aims to assess
carrier status in prospective parents and ensure their reproductive freedom, while prenatal testing provides fetus-related data, raising bioethical issues regarding
the protection of interests and self-determination of the future child. The technologies of non-invasive prenatal testing (NIPT), preimplantation genetic testing (PGT),
and prospects for intrauterine pharmacotherapy in severe congenital abnormalities are discussed. Special attention is given to ethical conflicts such as a conflict
between the right to health and the right not to know, limits of parental proxy, and risk of genetic stigmatization. Normative approaches are suggested to address
the identified ethical tensions (minimum intervention, clinical benefit, and deferred choice). The analysis of the Russian legislation and international instruments
(Oviedo Convention, the GINA Act, the GDPR) yields recommendations for the healthcare system and legal regulation.
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B coBpemeHHOW MeguumHe Habnopjaetcs nepexon OT  6epeMeHHOCTW) W MpeHaTalbHOoe TecTupoBaHve (B Mepuom,
PeakTVBHOW MOAeNW, npednonaratollen nedeHve nocne  6epemMeHHOCTY), a Takke (hapMakOreHeTUHeCKun aHanma,
NpPosiBNeHnst 3ab6oNeBaHNs, K NPEAUKTUBHOW 1 MPEBEHTVBHOW,  MO3BOMSIOLLIMA PaCLUMPUTL BO3MOXXHOCTU MPOMUIaKTUKN,
OPWEHTNPOBAHHOW Ha MPOrHO3 1 aKTUBHYO NMpodunnakTuky [1-3].  paHHelr anarHoCTuKK 1 nopdopa Tepanvn [4, 5).

KnioyeBbIM  HanpaBfeHWEM 3TUX U3MEHEHWA cTanu MeToponorm4yeckn BaXKHO pasrpaHnymBaTh
MPEKOHLIENUMOHHOE TECTMPOBAHNE (Ha 3Tane MnaHMpoBaHUst  MPEKOHUEMUMOHHbBIA 11 npeHaTanbHbin  aTansl.  Ha
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LITERATURE REVIEW

NPEKOHLIENUMOHHOM 3Tane WCCneayeTcst reHeTUdHecKui
cTatyc poguTenem — B 4YaCTHOCTW, HOCUTENbCTBO
pPeuecCuBHbIX MyTauuin, — © BOMpPoC 06 aBTOHOMUM
KacaeTcs B3POCIbIX MOAen, MPUHUMAKOLLMX OCO3HaHHOEe
penpoaykKTNBHOE pelleHve. [NpeHaTanbHas OMarHOCTVKa,
HanpoTuMB, nofyyYaeT WHpoOpMaunio HenocpeacTBEHHO
O nnoge, KOTOPbIA fMWeEH [OeecnocobHOCTW, YTO
NPVHUMNMANbHO MeHSeT STUYecKyto npobnemMaTtuky:
pelwenns 3a byayulero pebeHka NpuHUMAatOT POaUTENN, U
K/IKOYEBbIMY CTAHOBATCHA BOMPOCHI NPeAcTaBuUTensCcTBa U
3aWnThbl ero dyaylien aBToHoMUN [6-8].

Llenbto HacTosiLLero 063opa ABASETCA aHamM3 STUHECKINX
11 IPaBOBbIX aCMeKTOB (POPMUPOBaHVS hapMakoreHeTUHECKOro
nacrnopta Ha MPEeKOHLENUMOHHOM 1 npeHaTanbHOM
aTanax, BKJIKOYasa OUEHKY MeXOyHapOAHbIX M POCCUNCKINX
PEerynsaTopHbIX MeXaHW3MOB, W pa3paboTky HOPMaTUBHbIX
MoZenen banaHcnpoBaHNs «MpaBa Ha 300POoBbe» U «MpaBa Ha
He3HaH1e» NPUMEHUTENBHO K PEOEHKY.

METOOONOM A NMOVICKA JINTEPATYPbI

Mouck nuTepaTypbl NpoBoauncs B 6asax aaHHbIx PubMed/
MEDLINE, Scopus, eLibrary.ru n Google Scholar B nepuop,
c gaHBaps 2023 no Mapt 2026 r. Mcnonb3oBanuco
chnefytoLLe NONCKOBbIE 3anpPOChl (Ha aHMUACKOM 1 PYCCKOM
a3blkax): «preconception carrier screening ethics», «prenatal
pharmacogenomics», «fetal pharmacotherapy ethics»,
«right not to know genetic information», «pharmacogenetic
passport», «genetic discrimination GINA», «Oviedo
Convention genetics», «HeMHBa3VBHOE MpeHaTanbHOe
TeCTUPOBaHWe», «hapMakOreHETUHECKNIA MacnopT», «MpaBo
Ha HesHaHue». KpuTepun BKIIOYEHUS: peleH3upyemMble
opurnHanbHble 1 0030pHblIE CTaTbW, MOHOrpadgum,
HOPMAaTMBHO-MPaBOBbIE aKTbl, MEXAYHAPOAHbIE KOHBEHLM
N pekoMeHdauun npodeccuoHanbHbiX COOOLLECTB,
onybnnkoBaHHble NpenmyllecTBeHHO B 2009-2026 rT.
1 MOCBSLEHHbIE 3TUYECKUM, MPaBOBbIM U KINHUYECKMM
acnekTam reHeTU4ecKoro TEeCTUPOBAHUSA Ha rnpe- w”
nepuHatanbHbIX 3Tanax, a Takxe (apmMakoreHeTuKe.
Kputepun ncknto4eHrs: matepuansl 6e3 peueH3npoBaHiis,
He VMetoLLe NPSIMOro OTHOLLIEHNS K TeMe 0630pa, a Takxe
Oy6nunpyroume NCTOHHVKK. ITOroBbIN CMCOK BKtOYaeT 25
NCTOYHUKOB.

MPEKOHLIEMUMOHHBIM CKPUHUHT: BOSMOXKHOCTV
N STNHECKWE PNCKN

[MPEKOHLIENLMOHHBIN  3Tan  xapakTepusyeTcs Tem, YTo
reHeTn4eckoe TECTMPOBaHVE MPOBOAMTCS [0 HaCTYMeHUs
OepemMeHHOCTI: ero o6bekTamn ABNSKOTCA CaMyi POANTENU
WM noTeHUMasnbHble poautenu. B HaydHOW nuTepaTtype
onvcaHbl 060CHOBaHHbIE KMHMYECKME NoKasaHus Ans
CKPVHWHra HOCUTenbCTBa MyTauuii, Npexane Bcero npu
ayTOCOMHO-peLLecCcuBHbIX 3aboneBaHusx. OH nNos3BonseT
napamM OUEHUTb PUCKU POXOEHUS pebeHKa C TsKeNbiMu
MOHOIEHHbIMW  NaToNnormaMK  eule Ao 3adatva [6, 9.
Ocobyto akTyanbHOCTb 3Ta TexHomnorus npuobpetaeT
ONs NonynsiuMin ¢ MOBbILEHHOW 4acTOTOM MaToOreHHbIX
BapuaHToB. o aaHHbIM EBponerickoro obLyecTsa reHeTukm
denoseka (ESHG), pacluMpeHHbIn MPeKoHLENLUMOHHbIN
CKPUHWHI HOocuTenbeTBa (expanded carrier screening, ECS)
B HaCTosILLiee BpeMs npefnaraetcst Bce Hofee LWMPOKOMY
Kpyry nap BHe 3aBMCMMOCTI OT STHUYECKOrO MPOUCXOXOEHNS
n aHamHesa [10]. T[pekoHuenunoHHasa AOuarHocTuKa
paclumpsieT penpoayKTUBHYIO aBTOHOMUIO: reHeTUYecKas

MHPOPMaLMa MO3BONSET MapaM OCO3HaHHO BbiGMpaTb
Mexnay eCTeCTBEHHbIM 3a4aTuveM, BCroMoraTesibHbIMU
penpoayKT1BHbIMK - TexHonornammn (BPT), OoHOpCTBOM
VAV OTKasoMm OT geTtopoxkaerus [9, 11]. Tem He MeHee
MacCOBOE BHEOPEHNE CKPUHWHIA COMPSXKEHO C PUCKaMu
dopMMpOBaHNSA  CTaHOAPTOB  «MEHETUYECKOW HOPMbI»
1 YyCUNEHVS CTUrMaTU3aLmnn L, C MHBAIMAHOCTLIO, a Takxke
oKazaHWs MOopanbHOro [OaBfieHUss Ha poauTenen, uden
PEnPOaYKTMBHBIA BbIOOP pacxoduTcsi ¢ OOLECTBEHHbIMU
oxunpanuamm  [10, 12]. MpuHuMnmnaneHon npobnemoim
ocTaeTcst obecneveHne NoHOLEHHOro MHOPMUPOBAHHOMO
cornacusi npw  BbISBNEHUM BapuaHTOB HEW3BECTHOW
KNMHMYeCcKom 3Ha4vnmocTu (variants of uncertain significance,
VUS) [6, 9]. HononHUTENbHYO HampshkeHHOCTb Cco3aaroT
PENUrno3Hble U MUPOBO33PEHYECKNE acneKkTbl, un3-3a
KOTOPbIX AaXKe B paMkax J0OPOBOSbHbIX MPOrpaMM POAUTEN
MOryT UCMbITbIBATL CoLUManbHOe AaBeHue.

MPEHATANbHAA ONATHOCTUKA
I ®APMAKOIEHETVHECKUIA MPODISTB MIOOA

[MpeHaTanbHaa AuarHoCTMKa  BKIOYaeT  MHBa3WBHbIE
METOfb! (BMOMNCUS XOPUOHA, aMHUOLIEHTES) 1 HEVMHBA3VBHOE
npeHaTanbHoe TecTuposaHue (HWIMT) no BHEKNETO4YHOM
[OHK nnoga B kpoBu matepu. HAIMT no3Bonser BbIABNATb
XPOMOCOMHbIE aHOMaIN C HyBCTBUTENBHOCTBLIO 40 99% Ons
Tpucomumn 21 1 6onee 96% ans Tpucommia 18 1 13 [12], a Takxke
psn  MOHOreHHbIX 3aboneBaHuii. [penmnnaHTauMoHHOe
reHeTnyeckoe TectmpoBaHue (MI'T) paeT BO3MOXHOCTb
oTOUpaTb SMOPUOHBI 63 BbISIBNIEHHbBIX FEHETUHECKIMX AE(DEKTOB
[0 VX nepeHoca B nofocTb MaTku [6]. B Poccumn HUMT 6bin
BKJIIOYEH B KIMHWYECKME PEKOMEHZALM MO NepuHaTanbHON
anarHoctnke ¢ 2012-2013 rr., a OeCTBYOLWMA NOpSOaoK
OKa3aHWs aKyLLEPCKO-MMHEKOIOMMHYECKOW MOMOLLIY 3aKperieH
nprkazomMm MuHsgpasa Poccum Ne 1130H ot 20.10.2020 [13].
LLInpokoe BHeApeHre B CUCTEMY FOCYAapPCTBEHHbBIX rapaHTUA
BCE €LLe 0CTaeTcst MpeaMeToM NPOdeCCUoHaNbHOM AVCKYCCU
[14, 15].

[MepCneKT1BHBbIM HamnpaBneHnemM SBASETCA paclUuMpeHve
npeHaTabHOW ONarHoCTUKM 0o MOSHOLLEHHOro
hapmakoreHeTu4eckoro npoduns nnoga. dapmaxkoreHeTrka
n3yyaeT BAMSHWE reHoTMna Ha  (HapMakOKUHETUKY
N dapmakognHaMnKy — IEKAPCTBEHHbIX  CPEACTB:
nonumopduamel reHos CYP2D6, CYP2C19, SLCO1B1,
ABCG2 1 opyrvix onpenensatoT pUCK HexxenaTenbHbIX peakLuii
1 BapurabenbHOCTb TepaneBTUYeCKOro OTBeTa B KapAMOIoriu,
OHKOJMOrMK, MNCUXMaTPUX 1 APYrMx cneumanbHOCTSX. 1o
JaHHbIM MexxayHapogHoro koHcopumyma CPIC, KnMHUYecKn
3Ha4YMMble hapMakOreHeTUHeCKe BapuaHTbl BbISBASIOTCA
y 85-95% nonynsummn [16].

Hanndne dapmakoreHeTndeckoro npochunsa nnoga
NMO3BONSET KOPPEKTUPOBAaTb MeAVMKAMEHTO3HOE JeveHne
MaTepun C y4ETOM MeTabONHECKX OCODEHHOCTEN PeBEHKA,
CHIKasi PUCKM TepaTOreHHOro BO3AEVCTBUS U HexXenaTebHbIX
peakumm 4epesd nnaueHty [16]. B cnyydaax Tskenbix
BPOX/AEHHbIX MaToNorni — B YaCTHOCTMW, MPWU BPOXXAEHHOM
HaAMOYEe4HNKOBOW MMNepniasun, reMonMTUHecKor 60nesHn
nnoga WM HeKoTOpbIX MeTaboM4ecKnX HapyLLeHUsX, —
BHYTPUYTPOOHas dapmakoTepanus NpruobpeTaeT peansHoe
KNMHNYECKOE 3HaYeHne, 1 hapMakoreHeTU4ecKni nacnopT
nnoga CTaHOBUTCS WMHCTPYMEHTOM Bblbopa 6e3onacHbix
N ahdeKTUBHbIX cxemM nedveHus [17, 18]. Stuyeckui
1 MPaBOBOW aHanM3 rpaHvL, Ans NofobHbIX BMeLLaTeNbCTs
HeobX0OMM YXKe CErofiHsi, Tak Kak TEXHOMOMMM 3Ha4UTENbHO
onepexxatoT perynaTopHbln oTeeT [17].
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PEMYIMPOBAHVE MEHETUHECKOW MHOOPMALLV:
POCCWINCKOE 3AKOHOLATENILCTBO
N MEXKOYHAPOOHBIE CTAHOAPTLI

B Poccunckon depepaumm reHetndeckasd nHdopmMaums
paccMaTpuBaeTCs Kak padHOBUOHOCTb OUOMETPUHECKNX
nepcoHanbHbIX AaHHbIX, HA KOTOpblE pacnpocTpaHaeTcs
depnepanbHbii 3akoH Ne 152-®3 «O nepcoHanbHbIX
[aHHbIX»: OH npegycmaTpmBaeT Heob6XOAUMOCTb
MH(POPMMPOBAHHOIO COrfacus, OrpaHNYeHns Mo Lensm
06paboTKM 1N YCUNEHHYIO 3aLLUTY KOHMUAEHLMANBHOCTH.
Yka3 [MpesvpoeHta P® oT 28 Hosbps 2018 . Ne 680
«O pas3BuTUN reHeTU4Yecknx TexHonorui B Poccuiickon
depepauynm» CTUMYIMPYET (OPMMPOBaHNE HaLMOHaIBHOW
NHMPaCTPYKTYPbl FEHOMHbIX UCCNEA0BaHWN, OAHOBPEMEHHO
aKLEeHTMPYS HeobXOoOAMMOCTb KOHTpONsA u 6e30macHoOCTH
npu obpaLLeHnn ¢ reHeTnYecknmn gaHHbiMn. denepasnbHbiv
3akoH Ne 323-03 «O6 oCcHOBax OxpaHbl 300P0Bbs rpakaaH
B Poccunckon ®epepaumm» perynmpyeT npasa naumeHToB
Ha [JOoCTyn K WHQopMauum O COCTOSHUM 3[40POBbS
1N BpavebHylo TarHy MNPUMEHUTENBHO K TFeHEeTU4ECKUM
nccnenoBaHusaM. NepcnekTuBbl PasBUTUS NPEaUKTUBHOM
MeaMUMHbl B 3TOM HOPMAaTMBHOM KOHTEKCTE MnoapobHO
obcy>KaatoTest B oTedecTBeHHOM nutepatype [19].

Bmecte C Tem OTe4eCTBEHHOE perynnpoBaHve
CYLECTBEHHO YCTynaeT Mo AeTannsauuy MexxayHapoaHbIM
cTaHaapTam. KoHeeHLms CoseTta EBponbl 0 npaBax Yenoseka
1 6romenumHe (KoHeeHumst OBbeno, 1997) sBnsieTcsa nepBbIM
MeXayHapOAHbIM 00A3bIBAIOLLIMM MHCTPYMEHTOM B 06/1acTy
oromeaVumHbl: ctatea 11 3anpellaeT AMCKPUMUHALMIO MO
FEHETNYECKOMY MPU3HaKY, CTaTbst 12 4ONyCKaeT reHeTUYeCcKoe
TECTUPOBAHME VCKITOUUTENBHO B MEOULMHCKUX LIENSX Wn
0151 Hay4HbIX MCCNefoBaHWiA, CBS3aHHbIX CO 3[00POBbEM,
a cTatbsd 10 3akpennsieT kKak MpaBo 3HaTb, Tak W MpasBo
oTKaza OT reHetTudyeckon wHdopmaumm [7]. Poccua He
patndpumposana KoHeeHumio OBbeo, HYTO co3daeT 6pellb
B MpPaBOBOV 3aLLMTe rpakaaH npuy UCrob30BaHNM FEHOMHbIX
TEXHOMOT V.

B CLUA 3zawmty OT AMCKPUMWUHALMM Ha OCHOBE
reHeTn4yeckon  uHdpopmaumm  obecrnedmBaeT  3akoH
O HeOVCKpUMUHaUmK B cdepe reHeTHeckor nHdopmMaumn
(GINA, 2008): oH 3anpeLLaeT CTpaxoBLUVKaMm 1 paboTogaTensm
1CMOMb30BaTh MreHETUHECKNE JaHHbIE MPW MPUHATUN peLIeHIA
06 ycnoBusix cTpaxoBaHusi 1 Haima [7]. PernameHt EC
0 3almTe nepcoHanbHbIX AaHHbx (GDPR, 2018) oTHocuT
reHeTU4Yeckre [aHHble K CcreuvasbHbiM — KaTeropusm,
TPeOYIOLLMM YCUNEHHO NPaBOBOW 3alLLWTbI 1 SBHOIO COrflacus
cybbekTa. OTe4eCTBEHHOMY 3akoHO4aTeNto MpPeacTouT
BblpaboTaTb MexaHr3Mbl, obecrne4nBatoLie ConocTaBNMbIiA

YPOBEHb rapaHTuii, B TOM YuCNEe MNPUMEHUTENBHO
K (apmMakoreHeTu4eckUM  JaHHbIM,  MOJYyYeHHbIM
B nNpeHatanbHOM nepuoge [19, 20]. PopmmnpoBaHue
denepanbHbIX  FEHOMHbIX  PEECTPOB  AOMOSHUTENBHO

akTyanmanpyeT npobnemy 6anaHca Mexay npaBoM Ha
MPVIBaTHOCTb W rOCYAapPCTBEHHBIMU MHTEPECaMU, YTO TpebyeT
cneunanbHOro HopMaTUBHOMO pellerns [20, 21].

KOHLIEMUMA ®PAPMAKOIEHETUYECKOIO
MACIOPTA: OT I‘IOCTHATAﬂbHOI?I K MPEHATAJTBHOW
MEPCOHAIM3MPOBAHHOW MEONLIVHE

B KNMHWYECKOM NPaKTUKe aKTVBHO PasBMBaeTCA KOHLISMLMS
«(hapmMakoreHeTM4eCcKoro nacrnopta nauueHta» —
CTPYKTYPUPOBAHHOIMO  [OKyMeHTa, copepxallero
NHOPMALMIO O FEHETUYECKUX BapuaHTax, KINHUYECKW
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3HAYNMbIX [ONA  NekapCcTBeHHOW Tepanun. [JOoKyMeHT
BKJIOHAET faHHble O MoAMMopMU3Max reHoB, KOOVPYHOLLIAX
dhepMeHTbl MeTabonmama kceHobuoTrkoB (CYP-cemelncTso),
TpaHCNOPTHbIE 6eNKN 1 MONEKYNAPHbIE MULLEHN Npenaparos,
B TOM YMCNe aHTUKOAarynsiHTOB, CTaTUHOB M MCUXOTPOMHbIX
CpefcTB, 4YTO MO3BOMSET MepcoHanMsMpoBaTb BbIOOP
NeKapcTBEHHOro cpeactsa W ero [o3upoBky [8, 16,
22, 23]. MexagyHapodHbln koHcopumuym CPIC k 2025 .
paspaboTan pekomeHpauun aons 6onee 34 reHos u 164
npenapaTtoB, OXBaTWB BaXKHENWME TepaneBTUYecKne
obnacTtu [16]. ®apmMakoreHeTM4ecKe AaHHble COXPaHAT
MPOrHOCTUYECKYIO LEHHOCTb Ha MPOTSHXKEHUN Bcen
PKUSHW NaumeHTa U UMEetoT 3HaveHre Ons Bronorn4eckimx

pPOoOCTBEHHNKOB.
MpuHUMNManeHO  HOBbIM — ABASETCS  nepexon  OT
nocTHaTasibHOro NMPUMEeHeHNA 3TON KoHuenumn

K npeHatansHoMy (opMUPOBaHMIO hapMakoreHeTNHeCKoro
nacnopTta. PaclumpstoTcst nepcrnekTvBbl At ONTUMU3aLm
nocTHaTanbHoW hapmakoTepanu B neguaTpum 1 neveHmnst
B nepuHatansHoM nepuofge. CTana BO3MOXHOW KOPPEKLIS
CXeM Tepanunm MaTepu C y4eToM (hapMakOKUHETNHECKMX
0cobeHHOCTeN Nnofda, a NPy 060CHOBaHHbBIX KIIMHUHECKIX
rnokasaHunsix NpoBeaeHVe NPAMON BHYTPUYTPOBHOM Tepanuu
[17, 18]. CmellaeTcsa akUeHT OT AMarHOCTUKNA MOHOMEHHbIX
HacnefcTBeHHbIX 3aboneBaHNA K CO3AaHNI0 PaCcLUMPEHHOrO
dapmakoreHeTn4eckoro  npounsd, 4TO  MNOBbIWAeT
KIMHUYECKYKD 3HAYMMOCTb MpeHaTalbHOro TeCTUPOBaHUS
N BMECTE C TeM YCIIOXKHSIET ero STU4eckoe U MpaBOBOe
perynupoBaHve [5, 21].

STUHECKIME W MPABOBBIE CITOXKHOCTW
MPEHATANTBHOW ®APMAKOIEHETUKY

BHenpeHne apMakoreHeTUHECKMX AaHHbIX B MeOVUMHCKYO
NPakTnKy 1 nx opMUpPOBaHNE C MpeHaTabHOro neproaa
CTaBAT PS4 MNPUHUMNMANBHBIX MPaBOBbIX W 3TUHECKUX
BOMPOCOB.

KoHeviaeHLmansHOCTs v BTOPUYHOE  UCI0/Ib30BaHMe.
dapmMakoreHeTU4eCcKe OaHHble obnajaroT  OBOWHOWN
NMPOrHOCTVMYECKOW  LIEHHOCTbIO:  OHW  yKa3blBalOT  He
TOSbKO Ha MeTaboNMYecKkunii ctatyc naumeHTa, HO U MOryT
KOCBEHHO CBWAETENbCTBOBATb O MPEAPAaCONOXEHHOCTHU
K 3aboneBaHvsM. OTO co3haeT yrposy OUCKPUMUHALMU
CO CTOPOHbI CTPaxoBbIX KOMMaHWn nnu pabotopartenen —
yrposy, KoTopyto W npusBaHbl ycTpaHuTb GINA B CLLA
n GDPR B EC, Torma Kak poCCUINCKOe 3akOHOOATeNbCTBO
noka He npegycMaTpuBaeT aHanorM4HoOro MexaHusma
[7, 21]. dapmakoreHeTU4eckme naHHble [OO0SKHbI OblTb
3aKoHofaTeNlbHO  3allyileHbl Kak 0cob0o  oxpaHsemast
MHopMaUmsa ¢ OrpaHNYeHHbIM KITMHUHYECKM OOCTYMOM.

VIHpopmMmypoBaHHoOEe cornacue B yC/I0BUSIX
HeorpeneneHHOCTH. T10CKONbKY FeHeTUYeckne 3HaHus
NMOCTOSHHO OBHOBASAOTCH, MHPOPMUPOBAHHOE COrnlacue He
[OMKHO paccMaTprBaTbCH Kak eAMHOBPEMEHHbIN aKT, a Kak
HernpepbIBHBIV NPOLIECC, BKOYAOLWIMIA NpaBo nalmeHTa Ha
noJlydyeHve HOBOW MHGOPMaLIMX MPU USMEHEHUN Hay4HbIX
naHHbIX [6, 24]. NMosBneHne BapuaHTOB HeonpeaeneHHom
KNuHM4ecKom 3HadmocTh (VUS) CyLLieCTBEHHO OCNOXXHSET
3TOT MpoLecc, 0COBeHHO B MpeHaTtanbHOM KOHTekcTe [14,
15, 24].

Poautensckoe npeacTaBUTesIsCTBO 1 ripasBa Mnaoja.
[MpeHaTanbHOEe WA  MPEKOHLENUMOHHOE TeCTUpoBaHue

3artparvBaeT  MHTepecbl  uua,  ewe  JINWEHHOro
neecrnocobHocT.  CornacHo  3TUYECKUM  MpUHLMNaM,
cchopmynmposaHHeiM  B. C. BapaHoBbiM, npeHaTtanbHoe
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dopMupoBaHMe reHeTu4eckoro npoduns  AonycTuMo
WNCKIIIOYUTENBbHO  NPU  HanM4Mm  NPSIMOA  KIIMHWUYECKOM
nonb3bl Ans pebeHka B paHHEM Bo3pacTe U AOSKHO
COMpoBOXAAaTbCA o6s13aTenbHbIM reHeTU4YeCKNMm
KOHCYNETUPOBaHMEM. STOT MOAXOA, COrnacyeTcst ¢ No3uumen
EBponelickoro obliecTtsa reHeTukn Yenoseka (ESHG) [10, 11]
0 HedonyCTUMOCTU TECTUPOBaHWNS 3aboneBaHnii B3POCHIbIX
Y HECOBEPLLEHHONETHWX.

MPABO HA HESHAHWE B KOHTEKCTE
®APMAKOIEHETUHYECKOIO MACTOPTA PEBEHKA

KoHuenuuss «mpaBa He 3HaTb» CBOK [EHETUYECKYO
MHOPMaUMIO 3aHMMaEeT 3Ha4YMMOe MECTO B COBPEMEHHOM
O1o3TVKe. OTO MPaBO paccMaTpUBaETCH Kak MPOsiBeHne
JINYHOCTHOWM aBTOHOMWM: 4eNOBEK BrpaBe OTkasdaTbCsa OT
CBefEeHWN, CNOCOOHbIX MPUYUHUTL MCUXONOMMHYECKUA Bpes,
W orpaHnHnTb cBobody Bbibopa [21]. Ha mexayHapoaHoMm
YPOBHE [aHHOe MpaBo 3akpenneHo B ctatbe 10 KoHBeHLMN
OBbefo, MpU3HaroLLIEN Kak NPaBo 3HaTb, Tak 1 NPaBo He 3HaTb
VHOpMaLMIO O CBOEM 300poBbe [7]. B poccuinckom npase
3Ta KOHUEMNUMS noka He noflyyusia 3akpernieHHoro craryca,
XOTS1 psif, MccnefoBaTener nofaraeT, YTO OHa MOXXET ObITb
obocHOBaHa 4epe3 KOHCTUTYLMOHHbIE rapaHTuu JINYHOW
HEMPUKOCHOBEHHOCTM W MpaBa Ha HEMNpPUKOCHOBEHHOCTb
HaCTHOWM XN3HK [21].

BmecTe ¢ Tem npaBo Ha abCOMOTHOE He3HaHWe He
aBnseTca 6e3ycnoBHbIM. Korga reHetudeckast nHdopmMaums
0bnafaeT BbICOKOW KMHNYECKOW LIEHHOCTBIO U MO3BONSAET
npenoTBpaTnTb  Tsxkenoe 3abofieBaHne, BO3HMKAET
3TnYeckas 065183aHHOCTb 3HaTb — Kak Mo OTHOLLEHUIO K cebe,
Tak U K Buonormdeckn 6nmskumM nuuam [7, 21]. B HaydHom
[OVCKYCCUW YKa3bIBaeTCsl, YTO «MpaBO He 3HaTb» BCTynaeT
B KOMM3MIO C 006513aHHOCTBIO MEOULIMHCKUX pabOTHUKOB
MHPOPMNPOBaTL MauMeHTa, a Takxe C WHTepecamu
TPETBUX NINL, — YIEHOB CEMbM, KOTOPbIE MOMYT PasfensTb
aHanornyHblin reHetndeckun puck [21, 25]. TNpobnema
0COBEHHO OCTPa B 3MOXY pacLUMPEHst FeHOMHbIX 6a3 AaHHbIX:
VHAMBUOYaNbHBIN BbIGOP NaumeHTa MMeeT NocneacTsus ang
OKPY>KaoLLIMX.

POONTENBCKWE PELLEHNA 0O POXKOEHVA: TIPEAESBI
MPEOCTABATE/IbCTBA

B cnyyae opmmpoBanus hapmMakoreHeTUHeCcKoro npodmns
[0 POXAEHNSt peLleHrie O NMPOBEeAEHN TECTUPOBaHNS N €ro
obbemMe NMPUHVUMAOT POAUTENM UMM 3aKOHHbIE MPEaCTaBUTENN.
B pamkax negmaTpuyeckon 3TUKK npegnonaraeTcs, YTo
poouTeny BnpaBe MCMofb30BaTb OOCTYMHbIE MeOULIMHCKNE
TEXHONOrMN AN NpefoTBpalleHrs Bpeaa 1 obecrnedenHus
onTUMalnbHOro passutua pebeHka [6, 7]. OgHako cbop
1 0ONrOCPOYHOE XPaHEeHNE reHeTMHeckon nHopmaummn 6e3
BO3MOXHOCTW pebeHka BMOCMeACTBMM OTKasaTbCs OT ee
1CMOMb30BaHNSA MOXET KBaMULUMPOBATLCS Kak HapyLUeHne
ero npasa Ha OyayLyto aBToHoMMIO [7, 21].

Ocobyto ocTpoTy npobnema npuobpeTaeT, Koraga
hapmakoreHeTMHeCcKuUiA NacnopT BKIOYaAET [daHHble He
TONBKO C HEMOCPEACTBEHHOW KIIMHNYECKOW 3HAYMMOCTHIO
B [ETCTBe, HO U CBedeHWs O MNO3OHWUX, MOTeHLMansHO
HekypabenbHbix 3aboneBaHusax. [logobHble cBefeHUs
CMOoCObOHbl OkKasaTb BAWAHWME Ha dQopMupoBaHue
MOEHTUYHOCTM  B3poOcChHetolero 4Yenoseka [7, 25].
B neovaTpu4eckor reHoMuKe YCTOMYMBO WCMOJSb3YeTCs
KOHLeNuus «npaBa Ha OTKpbIToe Oyayulee» (right to an
open future): pebeHOK [OMKEH WMETb BO3MOXHOCTb

NPWHATb pelleHne O CBOell MeHeTUYecKon uHdopmauum
CaMOCTOSATENIBHO MO  AOCTWXKEHUM 3penoctu. VimeHHo
NO3TOMY MPUHATO  OrpaHn4YMBaTb BHYTPUYTPOOHYIO
reHOOMarHOCTUKY COCTOSIHUSAMMW, MPU KOTOPbLIX paHHee
BbIsiB/IEHE AAeT BO3MOXXHOCTb JIEHEHNUST 1 MPOPUNaKTUKIM
B [OeTckoM Bo3pacTe [7]. MopgenupoBaHue Oyaylien
PETPOCMNEKTNBHON NO3MLMK pebeHka noMoraet 0603HaqMTb
3TMYeckyto aunemmy. B nepBomM cueHapun B3pOChbIi
4esloBeK PETPOCMEKTUBHO KPUTUKYET pelleHve poauTenen
O COCTaBfIeHUN FEeHETUYECKOro nacnopTa, pacueHuBas
€ro Kak HapylleHve npasa Bbl6opa, 1 BOCMPUHUMAET STOT
[OKYMEHT KakK MCUXONornyeckyto Harpysky. Bo BTopom
cueHapun, HanpoTWB, OTCYTCTBME MEPCOHaNN3MPOBaHHOWN
hapmMakoreHeTUHeCKOM XapakTEPUCTUKN TPaKTyeTCs Kak
ynyLleHHas BO3MOXKHOCTb, EC/IM HETIOBEK MEPEHEC TSHKESbIE
HexkenaTesibHble IEKapCTBEHHbIE PeakuMn Ha npenaparTsbl,
KOTOpble MOXXHO ObINo M3bexxaTb. Takum 06pa3oM, Npaso
Ha 300POBbe B OMpefeneHHbIX CUTyauusax nopoxaaeT
0653aHHOCTb  MeguUMHbl  [OeicTBOBaTb: ecnu  Bpes
npeackasyem 1 NpefoTBpaTM, crucTeMa 30paBoOXpPaHeHNs
He MOXXET OCTaBaTbCH NMacCUBHOW. OTO O3HAYaET, YTO NPaBo
Ha HesHaHve He SBNSeTcs abCoMOTHbIM — B KJIMHUYECKM
3HAYMMbIX Cllydasix OHO MOXEeT OblTb 060CHOBaHHO
orpaHuyeHo B MHTepecax naupeHta [5, 21].

HOPMATVIBHBIE MOAEJI BAJTAHCPOBAHA MNMPAB
N NHTEPECOB

Ha ocHoBe aHanmsa nuTepaTtypbl npegnaraioTcs Tpu
HOpMaTMBHbIX Moaxoga K 6HanaHcuMpoBaHWIO «MpaBa  Ha
300pOBbe» U «MpaBa Ha He3HaHne» MNPUMEHUTENBHO
K (hapMaKoreHeT4eCKOMy nacrnopTy pebeHka.

Mopgenb MVHMMaIbHOMO BMeLLATeNbCTBa OrpaHuYMBaeT
npeHatasbHOe W paHHee TecTUpoBaHWe [AaHHbIMU,
3HAYMMbIMU NS NPOMUNAKTUKA 1 NeYeHNss B [AETCKOM
Bo3pacTe. PaclumpeHHble TecTbl OTKnagblBaloTCs [0
[OCTVKEHVS YEIOBEKOM COBEPLLEHHONETUS 1 CMOCOBHOCTH
CaMOCTOSATENBbHO AaTb MHOPMUPOBAHHOE coracue. 9ToT
noaxof, Hambonee MOMHO 3allMuiaeT aBTOHOMUIO ByayLero
B3POC/Or0, OOHAKO COMPSKEH C  PUCKOM  YMYyLLEHHOM
KIMMHUYECKOW MOSb3bl.

Mopenb KAMHUYECKOM MOMb3bl UCXOOUT M3 MPOCTOro
npUHUMNA: ecnn reHeTu4eckas WHdopmaLms rnomoraeT
npefoTepaTuTs 6one3Hb unn nogobpaTb NeveHve, ee
[OMYyCTUMO pacKpbiBaTb M WCMOb30BaTb B MEeAVLMHCKMX
Lensax. ObazaTtensbHoe yCnoBue — HadexHas 3alimTa aTux
[aHHbIX OT CTPaxoBbIX KOMMaHWiA, paboTofaTtenein n apyrnx
TpeTbhx any, [21].

[MpakTu4eckn Modenb NPUMEHseTCH Torga, Korga
BbISIBNIEHHbIA FEHETUHECKUI BapUaHT MEHSIET TaKTUKY NIeHeHNs:
HanpumMep, ykasblBaeT Ha HenepeHOCUMOCTb KOHKPETHOro
npenapaTa WM BbICOKUIA PUCK TSHXKENOoW HexenaTenbHOM
peakumn.

Mopgenb OTnoXeHHOro Bbibopa NpeanonaraeT cocTaBeHue
paclmpeHHoro  dapMakoreHeTM4eckoro  nacrnopta
C paspenenHremM OocTyna: AaHHble, KPUTUYECKN BaXKHble ONs
3[10pOBbst pebeHKa, OTKPbIThI AN BpaYen 1 poguTenen, Torga
Kak ocTa/lbHas MHopMaLWs OCTAETCA 3aKPbITOM 0 MOMEHTa,
Korga cam YenoBeK PELUNT C Hel 03HaKOMUTBCS. OTa MoaeNb
coxpaHsieT ByayLLyto aBTOHOMUIO MauyeHTa, He OTKasblBasiCb
OT KIIMHWNYECKM 3HAYNMbIX MPOMUNIAKTUHECKNX BO3MOXHOCTEN.

Bce Tpu mogenv nokasbiBaloT, 4TO 3afjaqa 3akoHa
N MEAMLIMHCKOWN 3TUKM COCTOUT He B BblIGOpe Mexay NpaBoM
Ha 300pOBbE M MPaBOM Ha He3HaHve, a B pa3paboTke
HOPMAaTMBHbIX MPOLeayP W MEXaHW3MOB, MO3BOSISOLLIMX
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COXPaHNTb

aBTOHOMUIKO pe6eHKa n  npenorBpaTnTb

npeackasyembii cepbesHblin Bpen, [7, 21]. AHanornyHbsI NOaxXoA4,
peanusoBaH B pekomeHpaumsax ESHG no paclunpeHHomy
MPEKOHLEMUMOHHOMY CKPUHUHIY [10] 1 B no3uummn ESHG-
ESHRE no npakTike pacLUMpeHHOro CKPUHNHIA HOCUTENLCTBA
B PENPOOYKTMBHbIX LieHTpax [11].
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