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NEONATAL SCREENING FOR HEREDITARY
DISEASES: MEDICAL AND LEGAL ASPECT

A. Nechkin
E. Zaitseva

Summary. The article discusses the current state of neonatal screening
for hereditary diseases in Russia in terms of medical and technological
status and regulatory regulation, taking into account positive foreign
experience. The authors conclude that today there is a serious gap in
the legal regulation of gene diagnostics, including neonatal screening
for hereditary diseases in the Russian Federation. Questions remain
open about the types of genetic diagnostics allowed and prohibited
for conducting, about guarantees of non-discrimination of citizens
and maintaining confidentiality of information about their hereditary
diseases, as well as the fate of the remaining genetic samples.
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OHATNE «HEeOHaTalbHbIN CKPUHWHI Ha HacNeACcTBEH-

Hble 3aboneBaHVA» He MMeeT JlerafbHOro onpepe-

NeHusA B POCCUACKOM 3aKOHOAATeNbCTBE, OfHAKO,
KaK Mbl y>ke OTMeyvasiv B CBOVX bosiee paHHKX paboTax, nog
«CKPUHWMHIOM Ha HacneacTBeHHble 3aboneBaHuA MOMHO
NMoHVMaTb MaccoBoe obcniefoBaHue nogen, nytem 3abopa
06pa3LL0B KPOBM NN TKaHeN Ana NpoBefeHNA MONEKYsp-
HO-TeHeTNYeCKUX UCCNefoBaHWU, Ha KOHKPETHble pa3Ho-
BMAHOCTW HaCNefCTBEHHBbIX, TO €CTb FreHeTnYeckn obycnos-
NeHHbIX 3aboneBaHni, C LeNbio VX PaHHEro BbIABNEHUA Af1A
CBOEBPEMEHHOTO JleueHns, NPoGUNaKTUKA NHBAIMAHOCTA
N CHWXKEHMA CMepPTHOCTW HaceneHua» [6]. Ha gaHHbIN mo-
MeHT B Poccum npoBoauTca UCKUYUTENbHO MpeHaTanb-
HbIi U HEOHATANbHbIN CKPUHWHT Ha HacnedCTBEeHHble 3a60-
NeBaHUA, TO eCTb MacCOBO 06CNeAyTCA UCKIIOUYNTENIbHO
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AHHomayus. B cTaTbe NpeanpuHATa MOMbITKA OLEHUTb COBPEMEHHOe COCTO-
AHNE HEOHATaNbHOTO CKPUHMHTA HA HacNeACTBEHHble 3aboneBaHus B Poccum
M0 YacT MeINKO-TEXHONMOTMYECKOTO COCTOAHWA U HOPMATWBHOMO MPaBOro
PETyNNPOBaHNSA, @ TakKe MPeASIoXUTb ONTUMANbHbIE MYTU ee AaNbHeliLero
TEXHONOTMYECKOr0 Pa3BUTUA U COBEPLUEHCTBOBAHMA C YYETOM MO3UTUBHOMO
3apy6EXHOr0 onbiTa. ABTOPbI MPUXOAAT K BbIBOAY 0 TOM, UTO CETOAHA B NpaBo-
BOM PETYNNPOBAHIM FeHOAMArHOCTUKI, B TOM YUCIIE HEOHATANBHOTO CKPUHMHTA
Ha HacneaCTBeHHble 3abonesanus, Ha Tepputopun Poccuiickoit Oeaepauum cy-
LeCTBYET epbe3Hblil Npoben. OTKPLITLIMI OCTAKOTCA BOMPOCHI 0 Pa3peLUeHHbIX
1 3aNPELLIEHHbIX K MPOBEAEHNIO Pa3HOBUAHOCTAX TEHOAUATHOCTUKIA, O TapaHTy-
AX NPOTUB AUCKPUMUHALIMN TPAXaH U COXPAHEHNA KOHGUACHLMANbHOCTY UH-
$OopMaLy 0 UX BbIABNEHHbIX HACNIEACTBEHHDIX 3a0071EBAHIAX MO pe3ysbTaTaMm
370/ NpoLieaypbl, a TaKXe Cybe 0CTatoLMXCA FreHeTUUEeCKIX 06pa3LioB.

Knioyesble cnosa: CKPWUHUHT, HeOHaTaNbHbliA CKPWUHUHT, T€HETUKA, TeHOM Ye-
N0BEKa, HaCJ1leACTBEHHbIE 3aboneBaHus, KOHCTUTYLMOHHbIE NpaBa U CBOﬁOﬂbI
yeJioBeka.

6epemMeHHble XeHLVHbI 1 HOBOPOXKAEHHblE AeTh B obLe-
CTBEHHO-MONE3HbIX LeNnaxX — MUHUMMU3ALUUU COLMANbHbIX
NOCNeACTBUI FreHETUYECKN 0BOYCIOBNIEHHBIX 3ab0eBaHuA.
B pamkax gaHHOI CTaTbh Mbl NOAPOOGHO OCTAaHOBUMCSA NNLLb
Ha HeoHaTasIbHOM CKpUHWHre. Ero npaBoBoe perynnpoBa-
HWe Ha HacneacTBeHHble 3abonesaHus B Poccun Ha ceroa-
HALWHWA feHb, B OCHOBHOM, OCYLLECTBAETCA NOCPeLCTBOM
NOA3aKOHHbIX HOPMATVBHbIX MPABOBbIX AKTOB.

Tak, Mpukazom MuHnCTepCTBa 34paBOOXPaHEHMA U CO-
umnanbHoro pa3sutua Poccuickon Gegepaumm ot122.03.2006
N2 185 «O maccoBom 06cnefoBaHNN HOBOPOXAEHHbIX ATl
Ha HacneacTBeHHble 3abofieBaHUs» MpefyCcMaTPMBAETCS
npoBefleHNne MacCoBOro 06CeloBaHUA HOBOPOXAEHHbIX
peteli (HeoHaTaNbHOrO CKPUHWHIA) Ha BCeN TeppuTopun

! VlccnepoBaHvie BbINONHeHo npu duHaHcosol noaaepkke PODY B pamkax HayuHoro npoekta No 18-29-14059 «[1paBoBble 1 3TUUYeCKMe acneKTl
TEXHOMOTW FEHOMHBIX CCNEAOBaHWIA NMPY BPOXKAEHHbIX OLIMOKAX MMMYyHUTETa»
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Poccrn Ha nATb pa3HOBMAHOCTEN HacleACTBEHHBIX 3abore-
BaHMI (TMNOTMPEO3, MYKOBMNCLMAO3, afpeHOreHNTasNbHbIN
CUHAPOM, TaNlakKTO3eMus, BPOXAEHHbIV (EHUNTKETOHYPISA)
B LeNAX paHHEero BbiABNEHNA YMNOMsHYTbIX 3aboneBaHui,
CBOEBPEMEHHOTO fleyeHns, NPoGUNaKTUKNA MHBANUAHOCTY,
CHUXKeHUA feTCKoW cMepTHOCTU. Ha ypoBHe cybbekToB Poc-
cunnckon Mepepaummn nepeyeHb NOJOOHbIX HacNeACTBEH-
HbIX 3aboneBaHWN MOXeT ObITb paclrpeH. Takow onbIT 6bi
peanu3oBaH Ha TeppuTopun CBEPASIOBCKON 06nacTu, rae
10 He[laBHeEro BpeMeHn npeaycMaTprBanocb NpoBeaeHme
HeoHaTaIbHOrO CKPVHUHIA Ha LWeCTHaALaTb HaceCTBEH-
HbIX 3aboneBaHWi, BKOYas M MATb YMNOMSAHYTbIX Bbllle,
MpuunHoM oTKasa OT MAaCCOBOro XxapakTepa pacluMpeHHo-
ro obcnefoBaHVA NOCYXKna NpobyiemMa HefOCTaTOUHOCTY
dMHaHCMpPOBaHuMS.

Ha 3akoHopgaTenbHOM YpOBHe Mbl oKa nmeem nuwb Qe-
JepasnbHblii 3aKoH oT 21 HoAbGpA 2011 . N2 323-03 (B pep.
oT 08.06.2020) «O6 OCHOBax OXpaHbl 300POBbA rpPaXk-
naH B Poccuiickon Qepepaunn» n PepgepanbHblii 3aKOH
oT5unionAa 1996 r.Ne 86-03 (B pen. o1 03.07.2016) «O rocygap-
CTBEHHOM PErynMpoBaHMM B 0611aCTV FreHHO-UHXEHEPHOW
neAatenbHocTWy. OepepanbHbIn 3aKoH «O rocyfapcTBEHHOM
perynupoBaHun B obnacTu reHHO-UHXeHepHoW aeATesb-
HOCTWM» B CBOEW MepPBOHAYaNbHOW pefakunn cogeprkan
KaTeropmyeckyto oroBopKy, 4to «nopafoK oCyLIeCTBNEHUA
reHHO-NHXeHEPHOW AeATENIbHOCTU N MPUMEHEHNA ee MeTO-
[I0B K UenoBeKy, TKaHAM 1 KJIeTKaM B COCTaBe ero opraHus-
Ma He SIBNISeTCA NPeAMETOM €ro PerynpoBaHus», KOTopasi,
BMpoOYEM, C TEUEHMEM BPEMEHM Oblla CMArYeHa OroBOPKON
KacaTeNbHO reHOAMArHOCTMKA — COBOKYMHOCTU METOLOB
Mo BbIABMEHNIO N3MEHEHUN B CTPYKType reHoMa, OfHAKO
6e3 BHegpeHus fda)ke MUHMMASIbHO Heobxoammoro o6b-
eMa NpaBOBOro PerynMpoBaHMA B YacTu perfiameHTauum
nopsgka ee nposeaeHua. MonoxeHna xe PegepanbHoOro
3akoHa «O6 oCcHoBax OXxpaHbl 310POBbA rparkaaH B Poccuin-
ckon Qefepaymn» 3aKpennAloT 3a rpaXxaaHUHOM NPaBO «Ha
MeAUVKO-TeHETNYECKMe 00C/IefOBaHA B LENsX Npeaynpex-
[EHVA BO3MOXHbIX HAaC/IeICTBEHHbIX 1 BPOXAEHHbIX 3360-
NeBaHWIA y MOTOMCTBA», TO €CTb MPABO Ha reEHOANATHOCTUKY,
npuuyem Takxe 6e3 geTanvsauum NopsaKka v yCJIOBUA €ro
peanusaymm.

Denictytowmin QefepanbHblii 3akKoH OT 3 pekabps
2008 r. N2 242-03 (B peg. ot 17.12.2009) «O rocygapcTBeH-
HOW reHomHown perunctpauun B Poccuinckonn Oepepaummn»
orpaHunuvBaeT coepy CBOEro AencTBuA Cyryb6o Kpumu-
HOJIOFMYECKOW Lenblo — naeHTUGUKaLmen nmyHoctTn ye-
NIOBEKa, AN KOTOPOWN HeobXoAuM MWHUMANbHbIA 06bem
NnoJly4aemMom 1 XPaHMMOWN reHeTUYecKon (reHOMHOW) WH-
dopmaumy, a TakKe KpaliHe OrpaHMYeHHbI Kpyr cyobek-
TOB, UMELWMX MPaBO Ha ee JierajibHOe WCMoJib30BaHUe
(cyobl v ap.). NMoatomy AaHHbIA 3aKOH MOKa He crnocobeH
3aKpblTb Npoben B AeNcTByloLEM NPaBOBOM perynnmpoBa-
HUW reHoAMarHoCTUKN B Poccum, 4to paHee oTMevanocb
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Kak aBTOpamu JaHHOW cTaTbW [6], TaK 1 gpyrnMun aBTopa-
Mu [1; 2; 5, c. 94]. Taknum 06Pa3OM, MOXKHO KOHCTaTUPOBATb,
yTo B PoCcum cyLiecTByeT 3HaumTesbHbIA Npoben B NpaBo-
BOM perynMpoBaHumM Kak reHoAMarHoCTUKK, Tak U ee Mac-
COBOW Pa3sHOBMAHOCTM — CKPUHMHra. M 3To npu Tom, 4YTo
pOCCUNCKME CneumanucTbl-MegnKkn € y4eToM No3nTUBHOIO
onbiTa pa3BuTbIX 3apybexHbix rocygapcts (CLUA, KaHagbi,
Hopseruu, U3pauna n gp.) yxe 3aaBnanT o Heobxoanmo-
CTW CYLEeCTBEHHOrO PacCLIMPEHUA CMUCKA CKPUHMPYEMbIX
HacnefCcTBEHHbIX 3a00NeBaHNiA, HaNpUMep, 3a CYET BKIIIO-
YeHWs B HEro TsXKesloll KOMOUHUPOBAHHOW MMMYHHOW He-
poctatouHoctu (TKUH) [7].

Kpome TOro, TexHonorunyeckum nporpecc He CTouUt
Ha MecTe, MAET aKTUBHOE pa3BuUTUE MPObUNAKTUYECKON
MEeAULUUHBI, ANA 3TOro HeobxoAVMbl flaHHble O NauueHTe,
ero reHome. Bcepbes ob6cyxpaaeTca He ToNbKo Heobxoau-
MOCTb 3HaUYUTENbHOIO pacMPeHNA CNCKa CKPUHPYEMbIX
HacneaCTBeHHbIX 3aboneBaHU, HO U BO3MOXHOCTb BHe-
APEeHUA NPUHUMNMANLHO HOBbIX NNaTGOPM B TEXHOMOMMIO
CKPWHMHIA — MOJIHOSK30MHOIO U Aa)ke MOJIHOreHOMHOro
cekBeHnpoBaHua [IHK. CekBeHMpoOBaHWe reHoMa NpeacTaB-
nsAeT cobo nocnefoBaTesibHOE NPOYTEHME HYKNeOoTMAOB
Kak ofvH 13 cnoco6oB NosnyyYeHUs reHeTnyeckom nHobop-
Mauuu, Hanpumep, AN BbiABNEHUA NPUYMHbI HacNeaCTBEH-
Horo 3ab6oneBaHuA. NonHOreHOMHoe WM MOJSIHO3K30MHOe
CeKBEHUPOBaHWe NPOBOANTCA C Lienblo pacmbpoBKm re-
HeTnYecKol MHGopmMaLnKn, OfHaKO BbIABNAET UX pPa3nnyma
B 06beme aHanu3npyemon nHdopmaummn. TexHonorus non-
HOreHOMHOFO CEKBEHVMPOBaHUA MpeacTasndet cobon cno-
co6 pacwndpoBKY reHeTuyeckol nHoopmaumu scen OHK.
OnuHa OHK pocturaet 6onee 1.5 METPOB BHYTPU KaK[om
KNeTKK, YTO 3HaUUTENbHO 3aTPYAHAET NPYMEHeHne JaHHOWN
TEXHOOMNN ANArHOCTUKN ANA LWMPOKOro NCMONb30BaHMA.

TexHonorMa nNOSIHOSK30MHOIO CEKBEHUPOBAHUA MpU-
3BaHa HMBENMPOBATb HEAOCTaTKM TEXHOMOMMW MOJIHOre-
HOMHOIO CEKBEHMPOBAHMA KaK C TOYKM 3PEHNA CIOKHOCTA
ee nNpoBefeHUs, Tak U MO YacT! CTOMMOCTU. [laHHaA TeXHO-
NOrNsA CEKBEHWPOBAHMWA, B OTANYME OT MOJIHOFEHOMHOIO
CEKBEHUTPOBAHMSA, N3yYaeT NMLIb HEKOTOPbIE YaCTU FeHo-
Ma, CofiepaLliyie TONbKO OTAeNIbHble KOAUPYILLME YYaCTKN
reHoB (3K30HbI). AHanM3 NPOBOANTCA HAa COBOKYMHOCTM IK-
30HOB — 3K30Me. [laHHbIN Noaxo He TONbKO 3HAUNTENbHO
ynpolLaeT nccnefoBaHre, HO N AenaeT ero 3HauyMTenbHO
JelweBrne No CPaBHEHMWIO C MOMHOTEHOMHbIM CEKBEHUTPO-
BaHMeM. OfHaKO K CyLLeCTBEHHbIM HELOCTAaTKaM TEXHOJIO-
MU MOSIHO3K30OMHOIO CEKBEHUPOBAHMA MOXHO OTHECTU
«HEBO3MOXHOCTb TOUHOIO onpefeneHns obbemMa 3K30HOB
reHOB, KOTOpble GOPMUPYIOT IK30M», a TaKKe «TPYAHOCTb
B BbIABMEHMM annenei, CBA3aHHbIX C 3aboneBaHnem cpe-
AV MHOXeCTBa HenaToreHHbIX NoMMoOpPPU3MOB 1 OINOOK
cekBeHMpoBaHuA» [8, c. 27]. OTo, B CBOK ouepepb, TauT
B cebe JOCTaTOUYHO BbICOKME AMArHOCTUUYECKME PUCKM NPaK-
TUYECKOro MPUMEHEHUs AAHHOW TEXHONIOrMK, OCOBEHHO
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B YC/IOBUSX HEPA3BUTOCTU HOPMATUBHOTO MPABOrO PErynu-
pOBaHUsA ee NPUMeHeHUs. [1nA yCTpaHeHWA CYLLeCTBYIOLLErO
npobena NpaBoOBOro yperynnpoBaHns NoTpebytoT cieayto-
LMe BOMPOChI: O 3anpeLLeHHbIX 418 NPOBeAeHNA Ha Teppu-
Topun Poccuiickon Mepepauumn pasHOBUAHOCTAX reHoAMa-
FHOCTUKW; O rapaHTUsAX NPOTMB AUCKPUMUHALMN FPaXKaaH,
Y KOTOpPbIX pe3ynbTaTbl ANarHOCTKM NOATBEPXKAAOT Hanu-
yme HacnepcTBEHHbIX 3aboneBaHuUi; 06 obecneyeHNn KoH-
duaeHUManbHOCTU NHGOPMaLUN Pe3ysbTaToB NPOLEAYPDI,
O MOpAJKE UCMOMb30BaHNA 1 YHUUTOXEHUS FTEHETNYECKNX
06pasLoB.

Ona pelweHns Takol 3agaun, 6e3ycnioBHO, cneayeT yun-
TbIBaTb MOJIOXKUTENbHBIV 3apyOeXKHbIN OMbIT MPaBOro pery-
nuposaHus. Hanpumep, 8 CLUA, OPI n JlatBrn — rocygap-
CTBax C AOBOMbHO Pa3BUTbIM MPABOBbIM PerynmpoBaHNemM
B AaHHOW cdepe, No pagy xapakTepUCTUK Ype3BblYaliHO
6n1m3Knx K Poccum, HO B TOXe BpeMsa OTIINYAIOLWMXCA Opyr
OT [pyra C TOYKM 3peHMA NPaBOBON CUCTEMbI 1 OpraHm3a-
umm rocygapcreeHHon snactu. B CLUA Bonpocbl npaBoBoro
perynnpoBaH1a reHoAMarHOCTUKN BbiBEAEHbI Ha YPOBEHb
cyobekToB defepauun (lWTATOB), UTO, B CBOKO OuYepenp,
nopoxgaet pa3HOOOpasHble MOAXOAbl K PeLleHno AaH-
HOro Bornpoca. Kpome T0ro, BNnsHMEe oKa3biBaeT LWMPOKOe
pacnpocTpaHeHre aHr10-CakCOHCKON NPaBOBOW CUCTEMDbI,
oTBOAALLEe 0cobyio posb cyaebHbIM NpeLefeHTam B 60nb-
wuHcTee wraTtoB CLUA. OPT Takke ABnAetca degepaTiBHbIM
rocyfiapCTBOM, HO y>Ke C 6IM3KOIM Ham POMaHO-TepMaHCKOM
NpPaBOBOW CUCTEMOMW, rAe BOMNPOCbl FeHOQNArHOCTUKK pe-
rYNUpYyTCA eanHbIM KOMMIEKCHbIM 3aKOHOM OT 31 uiona
2009r. «O reHeTuyeckom TecTmpoBaHun (GenDG)», uTo,
B CBOIO oyepefb, onpefenser 0cobyo 3HaUMMOCTb U3yye-
HUA HEeMELIKOro OnbiTa B NPaBOBOM PErynmpoBaHUUN reHo-
anarHocTukn B Poccum. JlatBnA e ABnAeTcA nocrtcouma-
NINCTUYECKNM roCyAapCTBOM, KOTOPOE y>Ke peLnnmMpoBaso
HeMeLKUI OMbIT NPaBoro perynnpoBaHusA, npegnonarato-
WM Hann4mMe eAUHOro KOMMIEKCHOro 3aKOHa Mo AaHHOMY
Bonpocy (3akoH Jlateuwm ot 3 uiona 2002 r. «<06 nccneposa-
HVM reHOMa YenoBeKa»), YTo caMo Mo cebe BeCcbMa MHTepec-
HO C TOYKM 3PEeHMNA COBEPLUEHCTBOBAHMA OTeYeCTBEHHOrO
3aKOHoOfaTeNbCTBa.

B 3Tnx cTpaHax AeMoHCTpupyeTca pasHoobpa3une noa-
XOA0B K YCTaHOBMIEHWNIO Pa3HOBUAHOCTEN reHoAMarHoCTu-
KW, pa3peLLleHHbIX UK 3anpeLLeHHbIX 4na nposegeHuns. Tak,
B JlaTBUM 3anpewyaeTca NpoBOANTb UCCNefoBaHe reHoOMa
ymepLuero yesioBeka B TOM Cilyyae, eciiv 3T0 NpoTMBope-
UAT ero BOJIe, BblPa’KEHHOWN BO BPEMSA KWU3HW, UK ecn
TakoBasi BOJISi UM He 6blna BbipaxeHa. B OPI nog 3anpeTom
Haxo[ATCA TaWMHble reHeTUYecKme TecTbl Ha YCTaHOBJIeHne
OTLIOBCTBa, paHHee onpeaeneHne nona pebeHkKa, BbisiBle-
Hue 3aboneBaHWI, KOTOpble MOryT MOABUTLCA B 3PENoM
BO3pacTe Y elle He POXKAEHHOrO pebeHKa, a TakXe Ha Bbl-
ABneHne 3abofieBaHUI, KOTopble Henb3s NpefoTBpaTuTb
VAN BbIIEUYNTb B COOTBETCTBUMN C UMEKLWMNMUNCA B JaHHbIN
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MOMEHT HayUYHO-TexHn4eckmnmmn 3HaHuamun. B CLUA ectb wTa-
Tbl, HAaNpuMep, Hblo-MMIWwup, rae nog nosHbIM 3anNpPeTom
HaxoAUTCA NPoBefeHne HEOHATANIbHOTO CKPUHMHIA Ha Ha-
cnepcTBeHHble 3a60n1eBaHUA C NPUMEHEHNEM TEXHOSOMN
NOMHOreHOMHOro cekseHmpoBaHua [HK. o mHeHuo aB-
TOPOB CTaTbW, STUYHO U F'YMAHHO 3anpeTuTb NpoBefAeHne
y elle He poxAEHHOro pebeHKa reHeTMYeckmx TecToB, Ha-
npaBfieHHbIX Ha BbifAB/ieHVe 3aboneBaHuii, KOTopble MOryT
NoABUTBLCA NNLWLb B 3pesiOM BO3pacTe, a TakXKe HanpaB/ieH-
HbIX Ha BblsiBJIEHNE 3a00NeBaHNIA, KOTOPblE HE MOALAOTCS
NeYEHUI0.

3anpeT Ha NpoBefeHNe reHeTUYeCKMX TeCTOB C Npume-
HeHvem TexHonormm cekseHnposaHma [IHK yenoro reHoma
WM TaK Ha3blBae€MbIX MOSTHOrEHOMHbIX FeHeTUYECKUX Te-
CTOB, TpebyeT TWaTeNIbHOro Hay4YHOro OCMbICNIEHMA C NPU-
MeHeHMeM pa3HbIX Hay4HbIX METOAOB, BKMloYasa COLMONo-
rmyeckme wuccnepoBaHua [4, c.212]. daHHas TexHonorus
UHTerpupyeT B cebe Kak siBHble MEAULUHCKME MpenmyLle-
CTBa, CBA3aHHble C BO3MOXHOCTbIO BbIIBIEHUA MOJIHOrO
CneKTpa HaceCTBEHHbIX 3a00NEBaHNIA, TaK U ABHbIE YrPo-
3bl KOHCTUTYLMOHHbIM MpaBaM YefioBeKa U rpaxgaHuHa.
Ocob6eHHO, ecni reHoAMarHOCTMKa C NPUMeEHeHUeM faH-
HOW TexHONornM 6yaeT NPOBOANTLCA B PEXMME CKPUHMHTA.
B cBA3M € 3TUM, TaKkXe Lenecoobpa3HbiM npefcTaBnaeTca
NPAMON 3aKOHOAATENbHbIN 3anpeT reHoAMarHOCTUKM, 0CO-
6eHHO B BMJe CKPVHMHIa C NPUMEHEHUEM TEXHONOT M NoJI-
HOreHOMHOro cekBeHupoBaHua [JHK B oTHoweHun B3poc-
NOrO HaceneHus Ans Toro, Ytobbl He MPEBPATUTL AaHHYIO
npoueaypy B MHCTPYMEHT cerperauumm n AUCKpUMnHaLuu.

Heobxoanmo Takke OTMeTUTb, YTO MHCTUTYT reHoaua-
rHOCTMKMN, ocobeHHo B CLUA n OPT, aBnaeTca HOPMaTUBHO
pa3BUTbIM B YacCTW TPYAOBbIX OTHOLIEHWA 1N OTHOLIEHWUN
Mo CTPaxoBaHWIO XM13HWU 1 30opoBbA. Tak, B OPT paboTopa-
Tenb He BNpaee TpeboBaTb pe3ynbTaTa reHeTUYeCcKoro TecTta
npu Hanme Ha pPaboTy 1 He JOMKeH NPOBOANTbL ANCKPVMU-
Hauuio B OTHOLEHNW PAaBOTHMKOB MO MPUYMHE UX FeHeTU-
yecKmx xapaktepuctuk. OgHako reHeTUYecKme TeCTbl MOTyT
NPOBOAUTLCA BO BPeMA MNepuoauyveckux MefoCMOTPOB
PabOTHMNKOB C BPpeHbIMU YCIIOBMAMM TPYAa, Ans TOrO, UTOo-
6bl NpefoTBPATUTb PA3BUTUE Y HUX TAXKENbIX 3a6051eBaHUi
B 6yaywem. B OPI cTpaxoBble KOMNaHMM He MMEIOT NpaBa
TpeboBaTb OT K/IMEHTOB pe3ynbTaTbl FeHEeTUYECKUX TECTOB,
ecsIm cyMMa BbinsiaTbl He npesbiwaeT 300~<000 eBpo ean-
HoBpeMeHHO unu 30~<000 eBpO B BMUAE €KErogHoOW NeH-
cun. B ocTanbHbIX Clyyasx NPOXoXAeHne reHoanarHoCTu-
KN MOXET CTaBUTbCA B KauyecTBe obA3aTenbHOro ycnosus
3aKJ/Il0YeHUA JOroBopa CTPaxXoBaHUA XN3HW UK 300POBbA.

B CLUA no yactm rapaHTUi NPOTUB AWNCKPUMMHALUK
Mo MToram reHoAuarHOCTUKN ONATb HabNAAETC Pa3HOOo-
6pasve nogxonos. B 6onbluMHCTBE CyyaeB 3aKoHofaTesNb
CTOUT Ha CTOPOHE WMHTEePEeCOB OTAENbHOrO YenoBeka (pa-
60THMKa unn ctpaxoBaTens). Tak, Hanpumep, paboToaaTtenu
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wtatoB Mapunsng, Anosa, BepmoHT, n Angaxo He moryt
IVCKPUMNHNPOBATb PAabOTHNKOB MO NPUYMHE 0TKa3a Npoi-
TU reHeTUYeCKNA TecT Uy NPefoCTaBUTb ero pesynbTaTbl.
IONCKpYMMHaLMA CTPaxoBLYMKA B OTHOLIEHUW nULA WU
yfieHa ero CeMbW Ha OCHOBaHUN reHeTUYECKOro aHanun3a, re-
HeTUYeCcKo MHGOPMALNN NN FEHETUYECKON CKITOHHOCTK
3anpeuleHa B wratax Hblo-Mekcuko, Oknaxoma u Angaxo.
OpHako MHorga 3akoHojaTeNb B OTAENbHbIX WTaTax Aena-
€T UCKJTIoYeHMA 13 obLyero npasuna. Tak, Hanpyumep, cTpa-
XOBLUMKM WTaTa MiHAnMaHa He MOryT nonyyaTb pe3ynbTaTbl
reHOoAWarHoCTUKKN 6e3 OTAeNbHOro NMMCbMEHHOMO COorflacus
¢dusnyeckoro nuua. OfHaKo OHY He HECYT OTBETCTBEHHOCTH
3a HenpegHaMepeHHOe MoJiyyeHne pPe3ynbTaToB reHoau-
arHoCTMKM 6e3 TakoBOro Cornacus B CJiydae CTpaxoBaHWA
Xn3Hu. B JlaTBMM 3aKOH NO aHanu3nMpyembiM BOMpPOCam
OrpaHNYMBaETCA NNLLb BECbMa 06LLe feKnapaTUBHOMN HOp-
MOW O TOM, YTO 3anpeLlaeTca AUCKPMUHNPOBATb YenioBeKa
B CBA3M C €ro reHeTMYeCcKMM NPOUNCXOXKAEHNEM U NHOObIMU
OPYTUMW JaHHbIMU, NOYYEHHbIMU B pe3ysbTaTe reHeTnve-
CKNX NCCneaoBaHuin.

MNpepcTtaBnAaeTca, 4TO NpPaBoOBOe perynnposaHue B Poc-
CUW He JOJIXKHO UATY No Nyt J1aTBMKM, a HaNPOTUB JOMKHO
npegycMaTpriBaTb YCTaHOBNEHME KOHKPETHbIX rapaHTui
He AUCKPUMMHALMK rpaxaaH B obnact TpydoBbiX OTHO-
LUEHWI N OTHOLLIEHWNI MO CTPAXOBaHMIO XN3HW 1 300POBbA.
Tak, B YacTHOCTM, LenecoobpasHbiM ABAAETCA HOPMATUB-
HOe 3aKpenJieHVe MOJIHOro 3anpeTa Aja pabotogaTenen
N CTPaxoBLUMKOB TpeboBaTb OT pPabOTHMKOB U CTpaxoBa-
Tenel pe3ynbTaToB NMPOXOXKAEHWA F€HOANArHOCTUKN C Ka-
KoM 6bl TO HM GbIO Uenblo. MoToMy AaXke reHoAMarHoCcTu-
Ka UCKJIOUNTENIbHO B OTHOLWIEHUN PAabOTHUKOB, UMEIOLLNX
0co60 BpefHble YCIIOBUA TPyAa, MOXET MPUBECTU K TOMY,
yto pabotofaTtenn He GyayT 3aMHTepecoBaHbl B AasibHen-
Lem ynyyLieHUmM yCnoBmin Tpyaa NyTem 3aKynkuy HOBEMLWNX
CpeacTB NHAMBMAYANIbHOM 3alUThl 1 aBTOMaTM3auum npo-
n3BoAcCTBa. [apaHTUN KOHPUAEHUMaNbHOCTN nHGopMaLunu,
MOSTyYeHHOM MO WUTOram TFeHOAMArHOCTUKU TaKXe npea-
CTaBNIAOTCA YPE3BblYANHO BaXHbIMUA U HEOOXOAUMBIMMU.
Kak npaBwuno, nHpopmaLus, nNofyyeHHas no pesysnbratam
reHoAVArHOCTVKY, NpuobpeTaeT cTaTyC BpavebHOW TalHbI
W CTaTyC NepCcoHabHbIX AaHHbIX B C/lyyae, eCnuv nonagaet
B KaKyto-mbo 6a3y AaHHbIX, NpeHa3HauYeHHyo ANiA ee xpa-
HeHuA 1 06paboTkn (Poccna, OPT, otaenbHble wtatbl CLLUA).

B JlatBuM ycTaHOBNEHO TakXe 06A3aTeNlbHOe KOANPOBa-
HUe NboN reHeTUYeCKon MHGOPMaLNK, KOTopasa XPaHUT-
CA NCKIOUYUTENBHO B eAUHON 06LerocyfapcTBeHHoN 6ase
JaHHbIX, HaxOAALeNcA B 30He OTBETCTBEHHOCTM roCyaap-
CTBEHHOTIO YUpeXKAeHUA — FNaBHOro arperaTtopa, KoTopbii
OTBeuaeT 3a 0606LLeHNe 1 KOJUPOBKY Takol MHpOpMaLK.
3akoHogaTenbcTBoM oTgenbHbix wratoB CLUA, Hanpumep,
MsH, Muccypwn, HgnaHa, MuHHecota n MuuuraH Takxe
yCTaHaBnMBaeTcA 06s3aTeNnbHOe KOAUPOBaHUE reHeTuye-
ckol nHbopmMaumn. B 3akoHopaTeNbCTBE OTAENbHbIX LUTa-

170

ToB CLUA MoOryT oroBaprBatbCsl KOHKpeTHble TpeboBaHuA
K OeNCTBUAM MO COXPaHeHMo KOHQMAEHLMANbHOCTA WH-
dopmauun, nonyyeHHoW MO pe3ysibTaTaM FEeHETUYECKOrO
aHanu3a. Yalle Bcero npegycmaTpmBaeTCs, YTo Takoro poga
NHPopMaLMA ABMAETCA MOJIHOCTbIO KOH$UAeHUMaNbHON
1 He MOXeT ObITb packpbiTa Komy-nubo 6e3 cornacua nuua,
npoLeaLlero reHoanarHocTnky. OgHako B HEKOTOPbIX LUTa-
Tax CLUA moryT ycTaHaBnvMBaTbCA NCKNIOYEHNA U3 JaHHOTO
npasuna. Tak, Hanpumep, Bo ®nopuge — 3TO YronoBHble
paccnefnoBaHuns, B BallomMuHre — HeoHaTanbHbIA CKpU-
HWHI HOBOPOXKAEHHbIX Ha HACNeACTBEHHbIe 3a00ieBaHUs,
B BanomuHre n [>KopgXnm — aHOHMMHbIe UCCefoBaHUA,
B [KopaXum — nccnegoBaHnaA B HayUHbIX Liensx.

B 3akoHopatenbctBe OPI v otnenbHbIx wratax CLUA Tak-
e 3HaunTeNbHOe BHUMaHWe yaenAaeTca AeNCTBUAM C reHe-
TUYeCKMU obpasLamu, ocTaloWUMUCA Nocsie NPoBeAeHNA
reHOAMarHOCTUKK, 1 MOJlyYaeMOM W3 HUX TFeHeTU4eCcKoWn
nHdopmauuen. B OPT Takoro poga nHdopmaumsa XxpaHUTCA
10 neT 1 yHMUTOXaeTcA, eCnu OTCYTCTBYeT cornacue nuua,
npollefLWwero reHoaMarHoctrky. Mo ero Tpe6oBaHuio pe-
3ynbTaTbl MOTYT YHUUTOXaTbCA U HemepyieHHo. Cam xe re-
HeTuyecknii obpaseL; MOXKeT UCMOJIb30BaTbCA TONbKO ANA
Lenen, AnA KOTOPbIX Obln MOTyYeH, U JOMXKEH YHUUYTOXKaTbCA
Cpasy e, Kak TOJIbKO 3Ta LieNb AoCTUraeTcA.

B CLLA no gaHHOMY Bonpocy HabnoaaeTca NpakTniecKkm
nonHoe egMHoobpasune NOAXOA0B BO BCEX LUTATaxX, UCKIO-
YeHne CoCTaBNAET NMNLb BOMPOC BO3MOXHOrO aHOHMMHOIO
MCMONb30BaHNA 06pa3L0B B HayuHbIX LiesiAX. Tak, Hanpumep,
3aKoHofaTenbCTBOM LWTata Hbto-[kepcm npegycmatpusa-
eTCsl, UTO reHeTnyeckas MHoopmauma 1 obpasel AO/MKHbI
6bITb HEME[JIEHHO YHUUTOXEHbI, €C/IN OTCYTCTBYET MUCh-
MEHHOe corfacue obcnelyemMoro n1ua, a no 3akoHy LuTaTa
[JenaBap obpasel, 13 KOTOPOro Gbla NonyyeHa reHeTuye-
cKkaa nHbopmauma, JonKeH 6biITb HeMeLNEeHHO YHUUTOXEH,
3a UCKJIIOYEHVeM CllyYaeB HEOOXOAUMOCTI COXPaHEHMSA ero
L1 aHOHMMHbIX Hay4HbIX UccnefoBaHuii B byayuiem. Kpo-
Me TOoro, B oTaesibHbix WwTatax CLUA moryT oroBapmBaTbCA
npaBuna obpaleHna ¢ obpasuamMm, oCTalLWMMKUCA nocne
npoBeAeHUs 0cobol PasHOBULHOCTM reHOANATHOCTUKN —
HeoHaTaNIbHOro CKpuHWHra. Hanpumep, B Texace obpasupbl
CKPVHWHIa HOBOPOXJEHHbIX Ha HacneAcTBeHHble 3abone-
BaHUA He MOryT ObITb Mcnonb3oBaHbl 6e3 cornacua poau-
Tenenm WAN WHbIX 3aKOHHbIX MpeAcTaBUTeNen, NHave, Kak
no NpAMOMY Ha3HauyeHuto. lMpy 3Tom obpasubl XpaHATCA
B TeueHue 5 neT, a 3aTem yHnuToxatoTcAa. OfHako 3aKoHOAa-
TeNbCTBOM LWTaTa Muccypu yxe npegycmaTpmBaeTcs, UTo,
B CJ/lyyae OTCYTCTBMA MPAMOro 3anperta cO CTOPOHbI poaun-
Teslel Unu 3aKOHHbIX NpefCcTaBuTenen obcnegyemoro nmua,
ob6paseL, MOXeT ObITb BbiMyLLEH A1 aHOHUMHOTO Hay4YHOrO
nccnefoBaHuA.

Kputnyeckn oueHuBan 3apybexHblii OrMbIT, Heo6Xo-
AUMO OTMETUTb LIeNecoobpasHOCTb 3aKoHOAATeNbHOro
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3aKpenneHna HOpM, perynmpytowmnx obsasatesibHoe Koaw-
poBaHue NoboN reHeTUYeCKon UHPOPMaLMK, a TaKxKe ee
XpaHeHne NCKNIYNTENbHO B efMHOW 06LerocynapcTBeH-
HoW 6a3e JaHHbIX, KOTOPYD 06CNYKMBAET NCKMOUNTENIBHO
KOHKpEeTHOe rocyfapCTBEHHOE yupexaeHue. Kpome Toro,
ana Poccnmn npepctaBnseTca o6s3aTenbHbIM HOPMATUBHO
3aKpenuTb TOYHbIN NOPAJOK OBpaLLEHNA C FeHETUYECKNMU
obpa3sLamu, OCTaLWMMNCA NOCNe NPOBEAEHUA reHoAMna-
FHOCTWKM U NMONYYEHHON reHeTnYeckon nHbopmaLmen.

HecmoTpa Ha npuHAaTme lMNpasutenbctBom Poccminckon
QOepepaunn MNoctaHoBneHNs oT 22.04.2019 N2 479 (B pea.
oT 17.10.2019) «O6 yTtBepxaeHun PepepanbHON Hayu-
HO-TEXHMYECKON NPOrpammbl Pa3BUTUA FrEHETUYECKNX TeX-
Honorun Ha 2019-2027 roppl» 6enble NsSTHa B BOMpocax,
CBA3@HHbIX C XpaHeHWemM W WCMOoJSIb30BaHUEM FeHeTuyve-
cKon nHbopmauun n ee o6pasLoB, 1O CUX MOP OCTAOTCA.
Co3pgaHne 6mobaHKoB, copepalimx nodobHy uHdop-
Maumio, 3akoHogdatenbctBom Poccuinckon Pepgepaunn Ha-
NpAMYI0 He 3anpeLlaeTcs, 4YTo, B CBOI ouyepedb, co3gaeT
ONCKYCCMOHHOE NoJie B YaCTU 3TUUYECKMX, MPaBOBbIX, TEX-
HUYECKMX BOMPOCOB XPAHEHWA, MCMOJIb30BaHNA MHOpP-
MaLuK, ee NpefoCTaBleHUs Kak CaMUM MHAUBMAAM, Tak
N UX POACTBEHHUKAM UK TpeTbum nuuam [9]. Mpukas Mu-
HUCTepcTBa 3apaBooxpaHeHua Poccunickon Depepauun
o1 20.10.2017 N2 842H (B peg. ot 30.01.2019) «O6 yTBEpPX-
OeHnn TpeboBaHUIM K opraHMsauun n aeatenbHoOCTU 6uo-
6aHKOB 1 MpaBun xpaHeHUsa Guonornyeckoro matepuana,
KNEeTOK ANA NPUroTOB/IEHUA KJIETOUHbIX IMHUIA, KIETOUYHbIX
NIVHUIA, NpefHa3HauYeHHbIX s MPOU3BOACTBA Guomeau-
LMHCKNX KJTETOUYHBIX MPOAYKTOB, BUOMEeAULNHCKMX KNeToY-
HbIX MPOAYKTOB» 3aKpennseT TpeboBaHUsA B OTHOLUEHUN
XpaHeHNs BMONOrMYecKknx OObEKTOB 1 BMOMEeAULIMHCKIX
KNeTOUHbIX NPOAYKTOB B 61M0BaHKax NnLLb C TOYKM 3peHus
TemnepaTypHO-BNaXXHOCTHOIO, CaHUTAPHO-TUTMEHNYECKO-
ro 1 CBETOBOrO peXxnMa, He packpbiBas Npu 3Tom 0cobeH-
HocTeln nx GopMrnpoBaHUA, XpaHeHUA 1 obecneyeHnsa co-
XPaHHOCTW.

MNonoxeHua Nprkasa MnHncTepcTBa 34paBoOOXpPaHEHNA
Poccniickon Qegepaunn ot 15.11.2012 N2 921H «O6 yTBEPX-
OeHVN nopAaKa OKa3aHUA MeguUMHCKON NOMOLLM MO Npo-
b1 «HeOHaTONOrMA»» 3aKPENJIAIT NPOBeAeHe HEeOHa-
TaJIbHOrO CKPWHWHra Ha HacneacTBeHHble 3aboneBaHuWA
C BHeceHneM MHbopMaLn B MeULMHCKYI0 OKYMEHTaLI0
HOBOPOXAEHHOIrO 3a OpraHM3auMAMN aKyLepcKoro, He-
OHATONOrMYEeCKOro uny negmatpuyeckoro npoouna. Mpu
3TOM, YNOMMHABLUUICA HaMmu Bbiwwe [Mprkas MuHncTepcTBa
3[paBOOXPaHEHNA N COUMANbHOro pa3Butua Poccuinckon
Depepaumm «O MaccoBoM 06CNea0BaHNN HOBOPOXKAEHHbIX
[eTell Ha HacneCTBEHHble 3a00J1IeBaHAY», AeTaNlbHO onpe-
Jenset npaswia 3a6opa KPoOBY Y HOBOPOXKAEHHbIX, UCMOSIb-
30BaHMe TecT-611aHKOB, OTCbINIKY MaTeEPKanoB, OfAHAKO NoJi-
HOCTbIO UITHOPMPYET NPaBuIa XpPaHEeHUA UM YHUUTOXEHNA
NX reHeTnYeCcKnx obpasLoB.
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MNpaBnna opraHmnsaumn feAaTenbHOCTU MeanKo-reHeTn-
YecKom KOHCynbTaumu (LeHTpa), yTBepKAeHHble [prkasom
MwuHucTepctBa 3gpaBooxpaHeHna Poccunickon Qepepa-
umm ot 15.11.2012 N2917H «O6 yTtBepxaeHun MNopagka
OKazaHuA MeAWUMHCKON nomowy 6GO0MIbHbIM C BPOXAEH-
HbIMW 1 (UNN) HacneACcTBEHHbIMY 3aboneBaHNAMU» TaKKe
He pacKpblBaloT MOPAAOK AeNCTBUI MeANLMHCKOrO Nepco-
Hana B OTHOLIEHUW reHeTnYecknx 06pa3LoB HOBOPOXAEH-
HblX, OCTalOWMXCA MOC/e MPOBeAeHUA HeOHaTaJlbHOro
CKPVIHWHTa.

Mo wtoram coctodABweroca 14 maa 2020r. cosewa-
HWA MO BOMPOCAM Pa3BUTUSA FEHETUYECKUX TEXHONOrMI
B Poccum 6bino ytBepkpgeHo [NopyueHume [MpesnpeHTta
PO ot 4 nioHa 2020r. «[lepeyeHb NopyyeHUn Mo UTO-
ram CcoBellaHWA Mo BOMPOCaM Pa3BUTUA TFEHETUYECKMX
TEXHOMOMM», COrNacHO KOTOPOMY COOTBETCTBYIOLUM
yupexxgeHuam Obino nopyyeHo «obecneunTb co3faHue
n GYHKUMOHUpPOBaHME MHOOPMaLMOHHO-aHANINTNYECKON
CMCTEMbI XpaHEeHWA 1 06pPabOTKM reHEeTUYECKUX AaHHbIX
“HaumoHanbHas 6a3a reHeTuyeckon nHpopmauun’, BKo-
yasi pa3paboTKy GopmMaTOB XpaHEHWA U Nepefayn AaHHbIX,
CONYTCTBYIOLMUX MOUCKOBbIX MPOrpamMm 1 MpOrpammHbIX
cpeact». OQHAKO KOHKPETHbIX AENCTBUA B OTHOLUEHWUMN
yperynmpoBaHus nopsgka obpalleHus ¢ reHeTuyeckumm
obpasuamm, ocTalWUMUCA MOCNe NPOBefeHNA reHoau-
arHOCTUKM, M MONYYEHHOWN reHeTuyeckon MHbopmaumen
MoKa He nocnefoBarno.

Mo Hawemy MHeHMIo, 6b110 Obl LieNecoobpa3Ho Ha ypPOoB-
He He HuXe defepanbHOro 3aKoHa MPUHATH MOJSIOXKEHKe
O TOM, YTO reHeTnyeckas UHOGOPMALMSA XPAHUTCA TOUYHO
YCTAHOBJIEHHbIA CPOK, Hampumep, B MPOMEXyTKe OT 5
o 10 net, nocnie Yyero yHUUTOXaeTcs, a no TpeboBaHuIo
obcnefyeMoro nimua Wy ero 3akoHHbIX NpepacTaBuUTenen
MOXET YHUUTOXATbCA HeMmeasieHHo. Heobxoanmo Take
YKasaTb, UTO reHeTUYecKunii obpaseL, MOXKET NCMONb30BaTb-
€S TONbKO A1 Lieneid, A1 KOTOPbIX OH Oblfl MONyYeH, U Jon-
KEH YHMUTOXaTbCA HEMEAJSIEHHO, KaK TOMbKO Lenb byaet
JOCTUrHYTa, 3@ WCKIIIOYEHUEM LENN UCNONb30BaHMA ANA
AQHOHVMHOIO Hay4yHOro MCCNeAOBaHMA B Cllydae paspelue-
HIWSA CO CTOPOHbI 06CIefyeMOro UMK ero 3aKOHHbIX NpeacTa-
BUTeNen.

MogBoasA WTOr HacToAleMmy WCCNeAoBaHWIO, cCrneayet
OTMETUTb, YTO Ha CErofHAWHWIN AeHb B Poccun, HecMoTps
Ha OCO3HaHVe OFPOMHOI 3HAYMMOCTU PA3BUTUA FreHeTHYe-
CKUX TEXHOJIOMNIA, COXPAHAETCA OYEBMAHDBIN Npoben B npa-
BOBOM PEry/MpPOBaHUN F€HOAMArHOCTUKM U, B YaCTHOCTH,
CKpPVHUHrA. [InA ycTpaHeHUs 3TOro HepocTaTka Hambonee
LienecoobpasHbiM NpefcTaBnAlTCcA pa3paboTka C yueTom
3apyb6eXxHOro onbiTa 1 yTBepXAeHne KommnnekcHoro depne-
pasibHOro 3aKOHa, AeTaJIbHO PEryvpyoLLero ocyLecTare-
HVEe reHOAMarHOCTMKI, reHoTepanumu 1 CBA3aHHOMO C HAMMU
reHeTUYeCKoro KOHCYNbTMPOBaHNA.
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