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BaHHOU MeauiuHe. Oco0oe BHUMaHHE yaelieHo mpobiaeMaM 3¢ (HEeKTUBHOCTH
MpeHaTaIbHOW AMArHOCTUKH W MPABOBOTO PETrYJIUPOBAHUS HMCIOIb30BAHUS
COBPEMEHHBIX T'€HETUYECKUX TEXHOJIOTMH JJIi HEMHBA3WBHOW JUArHOCTUKHU
TEHHBIX U XPOMOCOMHBIX aHOMaJIMM y TuIoJa. PaccMOTpeHbl I0puanvecKue
MEXaHU3MBbI HCIIOJIb30BAaHUS TAHHBIX O F€HETUYECKUX HApYLICHUAX y IUI0JA
U TIpO0OeITbl B 3aKOHOIATEIHCTBE, KOTOPhIE HEOOXOAMMO BOCTIONHUTH. Lesibio
JTaHHOU paboThI SABISETCS aHAIN3 MIPABOBOTO PETYJIHUPOBAHUS BOIPOCOB Ipe-
HaTAJIbHOW I'€HETUYECKOW THArHOCTHKUA B Poccum U ee COBPEMEHHBIX HEUH-
Ba3HBHBIX METOJIOB, BBISBJICHUE aKTyaJbHBIX MTPOOJIEM UX IPUMEHEHUS U OIl-
peneneHne BO3MOXKHBIX MyTel UX pemieHus. MeToabl: SMIUPUIECKUE METO-
Il CpaBHEHMSI, OMHCAHMS, WHTEPIIPETAllNU; TEOPETUUYECKHE METOAbl (op-
MajJbHOM U JMATIEKTUYECKON JIOTMKH; YAaCTHOHAYUYHBIE METOJbI: FOPUIUKO-
JOTMAaTHYECKUI U TOJIKOBAHUS NPABOBBIX HOpM. Pe3ysibTaThl: clienaH BbI-
BOJI O TOM, YTO OT€UECTBEHHAsI HOPMATHUBHO-IIPaBOBas 0a3a HYKIAETCs B CO-
BEpUICHCTBOBAaHMUU IpaBoBoro pexuma J{HK-tectupoBanus. BersiBieHa He-
00X0IMMOCTh BHEIPEHHs TEXHOJIOTUN HEWHBA3MBHOW NTUArHOCTUKU B TpaK-
TUKY MEIUKO-T€HETHYECKOTO KOHCYJIbTHPOBAHUS VISl IIMPOKUX CJIIOEB Hace-
JeHus Kak Hanbolee 0€30MacHOro M MPOTrPECCUBHOTO METOAA T€HETUYECKOM
JNAarHOCTHKHU.

KuroueBble c10Ba: npeHaTalbHas AMArHOCTUKA; MHBA3UBHBIE METObI IHAr-
HOCTHKHU; HEMHBA3WBHOE MPEHATAIbHOE TECTHPOBAHME;, aHKECTUPOBAHHE; T'e-
HeTH4eckast uHopmanus.

CoBpeMeHHbIE TEXHOJIOTUH M HayuyHbIE JOCTHXXEHHMS B 00JacTH HC-
CJIEIOBaHUM T€HOMA YEJIOBEKA MOCTOSIHHO Pa3BUBAIOTCS U COBEPIICHCTBYIOT-
ca. CeromHs MX NPUMEHEHHE OTKPBIBAET B LEJIOM NPUHIUIHAIBHO HHBIE
BO3MOXHOCTH JJIs1 00€CIIEUYEHUs 310pPOBbsSI HE TOJILKO OTJENBHOIO 4EJIOBEKa,
HO M Y€JIOBEUYECTBA B LIEJIOM: TaKME TEXHOJOTMHU MO3BOJIAIOT CBOEBPEMEHHO
JMarHOCTHPOBATh 3a00JieBaHUE, IPEJOTBPAIATh PUCK €T0 Pa3BUTHS U CyIIe-
CTBEHHO CHW)XAIOT PUCKU POXKJIEHUS NOTOMCTBA C FEHETHUECKUMHU OTKJIOHE-
HUSMH TIPU HAIAYMU TAKOBBIX y NMOTEHIUAIBbHBIX poaurenei. Iloatomy Mme-
TOJIbl TEHETUYECKOHN AMAarHOCTUKH, KOTOPbIE IPUMEHSIOTCS B MHpe, pazpado-
TaHbl BOBCE HE [Vl YJIyUIICHUS CYHIECTBYIOIIErO I'e€HO(QOHIA YeJIOBEKa, a
MMEHHO B LEJIIX OKa3aHUs MOMOIIM HYKIAIOUIMMCS B 3J0pPOBOM IOTOMCTBE
napam.

Kak u B mobom pasutom rocynapctse, B Poccuiickoit @enepanuu
CYLIECTBYET 3aKOHOJATelIbHas 0a3a, pEryjIupyrouias HIPUMEHEHHE COBpe-
MEHHBIX MOJIEKYJISIPHO-TEHETUYECKUX TEXHOJIOTHH B MenuuuHe. IIpn stom
MOJIO’KEHHUSI OTEUECTBEHHOT0 3aKOHO/1aTeNbCTBA OOJbIIEH YacThi0 BOCIIPUHSI-
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Thl U3 MOJOKEHUN MEXTyHAPOJIHBIX AKTOB, B OCHOBHOM M3 KoHBeHIMM OBb-
eno'. K TaKOBBIM MOKHO OTHECTH BO3MOKHOCTH MEIHMIMHCKOIO BMELIATEIIb-
CTBa TOJILKO TIOCJI€ TIOJIYYEHUSI MTUCHMEHHOTO JOOPOBOJBLHOTO MH(MOPMHUPO-
BAHHOI'O COTJIacHsl MalMeHTa, PaBHYIO JOCTYMHOCTh MEIULMHCKOW MOMOIIU
JUISl BCEX, OKa3aHUE MEIUIIMHCKOW MOMOIIM B COOTBETCTBUM CO CTaHIapTaMH
1 HEKOTOpbIE JApyTHE.

['oBOpst 0 COBpEMEHHOM MPABOBOM PETYJIMPOBAHUU MOJICKYJISIPHO-
F€HETUYECKUX TEXHOJOTUW B MEAMIIMHE, CIEIYET COTJACUThCS C MHEHUEM
YYEHBIX O TOM, YTO «OT€YECTBEHHas HopMaTtwBHas 0a3a Poccum, perynm-
pyromas chepy reHeTHUECKHUX MCCIIeIOBaHM, B HACTOSIIEE BpEMsl HAXOIUT-
Cs TOJIBKO Ha Ha4yaJbHOM 3Tarne ee pazputus» [1, ¢. 34]. [Ipu aToM nipaBoBOE
peryjiupoBaHue BOIIPOCOB, CBA3AHHBIX C MPOBEJACHUEM I'€HETHYECKOM Jauar-
HOCTHKH, OCYIIECTBIISCTCA HE KOMIUICKCHO, a OXBAaTBhIBACTCS M30MPATEIHLHO
HECKOJIbKUMU HOPMAaTHUBHO-IIPABOBBIMU aKTaMHU, CPEAN KOTOPHIX UMEIOT 3Ha-
yeHue (enepanbHbie 3aKoHbI 0T 21 HOsOpst 2011 1. Ne 323-D3 «O6 ocHOBax
OXpaHbl 310pOBbs rpaxkaaH B Poccuiickoi d)eﬂepamm»z, oT 5 uroust 1996 r.
No 86-03 «O rocymapCTBEHHOM pPETYJIUPOBAHUHM B O0JACTH TE€HHO-MHXKE-
HEpHOM ILC}ITCJ'IBHOCTI/I»3, or 23 urons 2016 r. Ne 180-®3 «O OunomMequIiH-
CKUX KJICTOYHBIX npoz[yKTax>>4. OnHako W OHM B IEJIOM XapaKTEePU3YIOTCS
HEJIOCTATOYHON TEPMHUHOJIOTMYECKON ONPENETEHHOCThI0 U UMEIOT PsAJl MHBIX
IpOo0OEIIOB B IPABOBOM PETYJIUPOBAHUU.

B pamkax pa3BuTHs HOBOM MOZEIM COBPEMEHHOM MeIMIMHBI B Poc-
culicko @Pexepanuu ciaeAyeT BbLACIATH IIpuka3 Mwun3apaBa Poccum ot
24 anpenst 2018 1. Ne 186 «O06 ytBepkneHun KoHuemnuu npeauKTUBHOM,
MIPEBEHTUBHOM U MEPCOHAIM3UPOBAHHOM MeauIEHbY . OHa HarpaBjeHa Ha
pa3BUTHE M BHEIPEHHE BBICOKOTEXHOJIOTMYHBIX METOJOB MPOGUIAKTHKH,
JTUATHOCTUKH, JICYCHUS U peabuIMTallii, OCHOBAHHBIX Ha KJIETOYHBIX, TKa-
HEBBIX U TeHHO-MH)KEHEPHBIX TEXHOJIOTHUSAX, a TAK)Ke MpoBeeHue GpyH1aMeH-
TaJbHBIX M MPUKJIAIHBIX HAYYHBIX WCCIEAOBAHUN B 00JaCTH MOJICKYIISIPHOM
U KJIETOYHOW OMONOTHH, MOJEKYJISAPHONW U MOMYJISIIMOHHON reHeTuku. Ilpo-

! KOHBEHIMs O 3aliTe NPaB YeIOBEKAa M JeJIOBEUECKOro JOCTOMHCTBA B CBSI3H C
MPUMEHEHHUEM JIOCTIKEHUN OMOJIOruu 1 MeAuiHbl: KOHBEHIMS O IpaBax 4enoBeka u OHo-
veauuHe (ETS Ne 164): 3axmouena B r. Ooreno 04.04.1997 [Onexrponnsii pecypc]. URL:
https://www.coe.int/ru/web/conventions/full-list/-/conventions/rms/090000168007d004 (xa-
ta obpamenust: 05.06.2021).

? Poccuiickast razera. 2011. 23 Hos6.

3 Poccuiickast razera. 1996. 12 mros.

* Poccniickas rasera. 2016. 28 HioHsL.

> JlocTyn u3 crpaB.-mpaBoBoii cuctems! «KoncynsrantIlnocy (1ata obparieHus:
05.06.2021).
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BEJICHHUE PAaHHUX MCCIIEIOBAHUN I'€HOMA YeJIOBEKA C LIEJIbI0 TPEAYIPEKACHUS
BO3MOXKHOTO 3a00JIeBaHMs SIBJSIETCS OJHUM M3 OCHOBHBIX METOJIOB pean3a-
iy nagHod KoHnennuu.

CpaBHUTEIIBHO HEJABHO OBLIM MPUHATHI HOPMATHBHBIC AaKThI, TO-
YEPKUBAIOIINE BA)XHOCTh IOJIMTHKM TOCYJApCTBA IO Pa3BUTUIO I'€HETHYE-
CKUX TEXHOJIOTHH Kak B cepe MEOUIMHBI, TaK M B MHBIX OTpacisx. Tak,
ciaexyer otMeTuTh YkKa3 Ilpesmaenta PO or 28 nosOps 2018 1. Ne 680
«O pa3BUTHH TeHeTHUYECKUX TexHosoruil B Poccuiickoit denepaunn», B Ko-
TOPOM OTIpe/iesieHbl 00IIKe LI, HalpaBJIeHHbIE HA YCKOPEHHOE Pa3BUTHE U
yCHUJICHHE KOHTPOJIS B chepe TeHETHUECKUX TEXHOJOTHH (B TOM YHCIE TeX-
HOJIOTUH TEHETUYECKOr0 PEelaKTUPOBAaHMsI) HE TOJBKO B 3/PaBOOXpPAHEHUH,
HO U B IPYTUX 00JIacCTAX: CEIbCKOM XO35SHCTBE, IPOMBIIIJICHHOCTH H .

Pa3paboranHas BO UCIIOJIHEHHE AAHHOTO yKa3a «®DenepanbHasi Hayd-
HO-TEXHMYECKasl MMPOrpaMMa pa3BUTUsI F€HETHUUYECKUX TexHoJjorui Ha 2019—
2027 roapl» ONpeAeNsieT HAMpPaBICHUs PA3BUTHUSI TCHETHYECKUX TEXHOJIOTHI
B Pa3IMYHBIX OTPACIAX NEATEIbHOCTH, a TakKe oOecreueHrne 6e30MacHOCTH
VX TPHMEHCHHS U TEXHOJIOTHIECKON He3aBHCHMOCTH . CTpaTerusi, 3a/I0/KeH-
Has B JIaHHYIO IIPOrpaMMy, HaleJeHa Ha MPeooJIEHUEe KPUTUHUECKOTO OTCTa-
BaHU Poccuy OT TEXHOIOTMYECKHX JIMACPOB B chepe OMOMEIUIIMHCKUX Te-
HETUYECKUX TEXHOJOTUW, YPOBEHb Pa3BUTHUS KOTOPBIX B CYLIECTBEHHON Mepe
orpezessieT KaYeCTBO COBPEMEHHON MEIULIMHBI, a 3HAYUT, KAa4eCTBO U MpO-
JOJKATEIBbHOCTD KM3HU TPayKJaH TOW UM UHOM CTpPaHBI.

KoneuHo ke, npuMeHEeHNE COBPEMEHHBIX METOI0B T'€HOANArHOCTUKHI
OXBAaThIBaeT BCE JTAIlbl KU3HU YEJIOBEKAa, BKIIIOUAIONIUE 3a4aThe (Korjaa Ju-
arHOCTUPYETCS] HAIMYUE UM OTCYTCTBUE NMATOTEHHBIX MyTalMil y sMOpHOHa
in vitro), MpeHaTaJbHbINA, TO €CTh JOPOIOBOM MEpUO.I (AMATHOCTUPYETCS 3110~
POBBE BBIHALIMBAEMOr0 JKEHIIMHOM 3apojplllla M IJI0JIa) U T€HETHYECKOe
TECTUPOBAHUE YEJIOBEKa B pa3Hble MEPUObl €r0o KU3HU. B pamkax Hamero
UCCJIEIOBaHMsI peyub MOMIET O COBPEMEHHBIX MpodieMax MPeHaTaJbHOro re-
HETUYECKOrO TECTUPOBAHUS, ITPOBOJIUMOIO B PAMKAX BCIIOMOTaTEIbHBIX pe-
IPOAYKTHUBHBIX TEXHOJIOTHUH.

[Iponenypsl nmpeHaTanbHOW JUArHOCTUKU B HACTOSAILEE BPEMS pEry-
JMPYIOTCS TpUKa3oM MuHHcTepcTBa 31paBooxpaHeHuss PO ot 20 oktsaOps
2020 r. Ne 11301 «O06 ytBepxkaenun llopsaka okazaHust MEAUIIMHCKON MO-

! Cobpanme 3akonomarenscrea PO, 2018. Ne 49 (u. VI), ct. 7586.

> 06 yrBepxaenun DeepaTbHON HAYYHO-TEXHHUECKOH HPOrPaMMbl Pa3BUTHS Te-
HeTH4yeckux TexHonoruit Ha 2019-2027 roxel : nocranoBnenue llpaButensctBa PO or
22.04.2019 Ne 479 // Cobpanue 3akoHomatensctBa PD. 2018. Ne 49 (u. VI), ct. 7586.
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MOIIH 10 MPOGUITIO "aKyIIepCTBO U ruHeKomorusy MPUHSTHIM BMECTO pa-
Hee JIeWCTBOBABIINX MpHKa30B oT 28 nexadps 2000 r. Ne 457 «O coBepiieH-
CTBOBAaHHUM MPEHATAIBHON TUAarHOCTUKU B IPO(PUIAKTUKE HACIEACTBEHHBIX U
BPOX/ICHHBIX 3a00ieBanmii y gerei»” u or 1 Hosops 2012 1. Ne 572w
«O06 ytBepxaeHuu [lopsaka okazaHUs MEIUIIMHCKOW MTOMOIIH 1O TTPOQHITIO
"aKylIepCcTBO U TMHEKOJIOTH (32 UCKIIOUEHUEM HCIOJb30BaHUS BCIIOMOTIa-
TEJIbHBIX PEMPOAYKTUBHBIX TeXHonorI/Iﬁ)"»3 .

IIpenaTtanbHas QUArHOCTHKA, IIMPOKO IPUMEHsEMas B JOPOIOBBIN
HEPUOJT PA3BUTHSA IUIOAA Y JKEHILNH, BKIIOYAET pa3IMuHbIe METO/IbI 00CIe10-
BaHUS Pa3BHBAIOIIETOCS IUIONA: OMOXMMUYECKUN CKPUHHMHT JKCHIIMH, YIbT-
pa3ByKOBOE HCCIEIOBaHME IUIOAA, MUCCIEAOBAaHUE XPOMOCOM ILIOJA, MOJY-
YEHHBIX M3 OMOJIOTMYECKOro MaTepuaa.

HccnenoBaHre XpoMOCOM IIOJA MOXKET MPOBOAMTHCS JIBYMsSI METO-
JlaMHM: MHBa3MBHO M HEWHBA3MBHO. VHBa3MBHas IpeHaTalbHAsl JAUAarHOCTH-
Ka — MCClieIOBaHNE, HAPAaBJIECHHOE HA aHAJIU3 YUCIIAa U CTPYKTYPbl XPOMOCOM
IJ10/1a, KOTOPOE MPOBOJMUTCA BO BpeMsi OEPEMEHHOCTH IPHU MOBBIIIEHHOM
pHUCKE XpOMOCOMHOM NAaTOJOTHH Y IUIOAA MO pe3ysibTaTaM CKpUHHUHra oepe-
MEHHBIX.

K OCHOBHBIM HMHBa3MBHBIM METOJAaM OTHOCATCA XOPHUOHOHWOIICHUSA —
MOJTy4eHHe KIIETOK, (POPMUPYIOMIMX IUIAeHTy (Cpok OepemeHHOCTH — 10—14
HeZIelb), MJIalleHTOOMONCUS — MOTy4YeHHE KIETOK IIalleHThl (CpOoK OepeMeH-
HocTH — 14-20 Hemens), aMHUOLIEHTE3 — MyHKIHS OKOJIOTUIOIHOTO IMy3bIPS C
3a00pOM HEOOJIBIIOTO KOJMYECTBA OKOJIOIUIOAHBIX BOZ (CpOK OepeMeHHO-
ctu — 15-18 Henens), peTockonus — BBEJIEHHE 30Ha U OCMOTp Iioja (mpo-
BoauTcs Ha 18—19-i1 Hepene OepeMEeHHOCTH), KOPJIOIIEHTE3 — 3a00p KPOBU M3
MyTMOBUHEI Moja (cpok O6epemeHHocTu — ¢ 20-it Hexgenn) [2, ¢. 33]. OcHoB-
HBIM MHUHYCOM TaKOTO METO/Ia, SIBJISIETCSI HEKOTOPBI PUCK TpephIBaHus Oe-
pemennoctu (0,5-1 % ciydaeB) npu ero npoBeaeHud [3, c. 445].

HeunnBasuBHoe mnpeHaTanbHOEe reHeruueckoe Tectupoanue (HUIIT),
110 MHEHUIO MHOTUX CIEIUAIUCTOB B cpepe TeHeTUIECKUX UCCIIeIOBaHUM, O
HO M3 CaMbIX COBPEMEHHBIX CPEIU HCCIENYEMBIX HMPOLEAYp TECTUPOBAHUS, a
TOYHOCTB €ro JocTuraeT 99,9 %, Tak kak uccieryercs reHeTHUeCKUI MaTepHal
wioza (ero /IHK) B BeHO3HOM KpoBU Oymyiieil marepu HauuHas ¢ 10-if Hegenu
O6epeMeHHOCTH. be3ycnoBHO, 0 MHEHHUIO CIIELUATUCTOB-TeHETUKOB, KaK U JII0-
0011 METOJT TMArHOCTUKH, OH UMEET CBOM OCOOCHHOCTH M HEJIOCTATKH:

! Joctyn u3 cnpas.-nipaBoBoii cuctembl «Koncynbrantllimtoc» (nata oOpaiueHus:
05.06.2021).

? Bronnerens Muniocta PO, 2001. Ne 3.

? Poccwmiickas razera 2013. 25 amp.

56



N 2 (64) 2021

— Hanmnuue HeynadHbix nonbiTok HUIIT, BeI3BaHHBIX HU3KHM COJEp-
xanueM JIHK moma B kpoBu OepeMeHHON, OCOOCHHO Y TYYHBIX >KCHIIMH
WJIM U3-3a MaJioil KoHIeHTpauu ¢petanpHoi JJHK B kpoBU MaTepu;

— onpenenenuele cinoxHoctu HUIIT npu Mo3annusme XpoMocoMm y
MaTepy WIH IUI0Ja, IPU JBOIHE, KPOBHOPOJCTBEHHOM Opake, JO0XKHOM OT-
110BCTBE [4, . 6];

— IO3BOJIIET ONPEACIINTh HE BCE TCHETHYECKUE aHOMAJIUM ILIONA.
Taxk, ecnyu 4yBCTBUTEJIBHOCTh €ro Ha cMHApoM JlayHa coctasiseT a0 99 %,
TO Ha CUHAPOM DJBapica — yxe Tonbko 97 %, a Ha cunapom Ilatay — 93 %
[5, c. 35];

— npumenenre HUIIT Bener k yBennueHUIo dncia MpephIBaHUN Oepe-
MEHHOCTH IIpYU BBISBICHUH MTATOJIOTUH, HE NPEACTABISIOIEN CEPbE3HOU yIpo-
3bI JJIS1 )KU3HU TIOCJIE POKAEHUS peOeHKa.

3aMeTuM, 4TO B psAle cTpaH, Hampumep B bensruu, Hunepnannax,
Kurae, HUAIIT — 310 cTaHmapTHBIA CKPUHHMHI, KOTOPBIM HMCIOJIB3YETCA Kak
TECT MEpPBON JIMHUU I BceX OepeMEHHBIX JKEHIINH, 1 TOYHOCTb BBISBICHUS
yacThIX aHeyruionaui ¢ ucnosb3zoBanneM HUIIT yBennumBaercs npaktude-
cku 110 100 % [6, c. 114].

[Ipumenenne HUIIT B Poccun, HECMOTPSL Ha aKTUBHOE €0 NPOJIBU-
JKEHHUE B JIEUCTBYIOIUX T€HETUYECKUX LIEHTpaxX, €Il He MOJYyYMIO IUPOKO-
ro pacmpoctpaHeHus. [IpuduH TOMy HECKOJIBKO: BO-NIEPBBIX, MPOLEAYpa
IIPOBOAMTCS TOJBKO HA KOMMEPUYECKOH OCHOBE M UMEET JOBOJBHO BBICOKYIO
CTOMMOCTb, YTO JI€JIAET €€ JOCTYIHOM TOJIBKO ONPEIEICHHBIM CJIOSIM Hace-
JIEHWsI; BO-BTOPBIX, OHAa JOCTYIHA HE BO BceX ropoaax Poccuu; B-TpeTbuX,
OTCYTCTBYIOT CTaHJApTHBICE METOJNYECKHE PEKOMEHAAUHN, DPETIaMEHTHU-
pYIOLIME MPOBEJAEHUE TECTa U aHAIMU3 ero pe3ysbraroB. Kpome toro, HUIIT
HE UMeeT OpUIHATBHON cepTH(UKALNK, a TPAKTUIECKH BCE 000PYIOBaHUE U
peareHTbl, HeOOXOAMMBIE JUISl €0 MPOBEACHUS, HE UIMEIOT PETUCTPAILIMOHHBIX
YIAOCTOBEPEHHUI.

B cBeTe mpuMeHEHHs COBPEMEHHBIX TEXHOJOIMI IPEHaTalbHON IHU-
arHOCTHKY B PErMOHAX IMPEJCTABISICT MHTEPEC IPABOBasl OLICHKA pe3yJIbTa-
TOB aHKETHPOBAHUS PECIOHJCHTOB (’KEHIIMH JETOPOJHOr0 BO3pacTa), Impo-
BegeHHoro Ha Oasze I'BY3 PecnyOnmkaHCKHET MEIUKO-T€HETHUECKUH LIEHTP
(Ya) Ha mpeamer ux UHGOPMUPOBAHHOCTH O BOZMOXKHOCTSAX COBPEMEHHBIX
TEXHOJIOTMM IPEHATAIbHOW T'€HETHYECKOU JMATHOCTHKHN' . J[aHHBIH ompoc
HO3BOJIMJI BBISIBUTH CIIEAYIOIINE TPOOIEMBI.

' TocynapcTBeHHOe GHODKETHOE yUPEKICHHE 3IPABOOXPAHEHHS PecryOIMKaHCKHit
MeKo-reHeTrdecknid meHtp (Yda) : caifr [Onekrponssii pecypc]. URL: https://rmgcufa.ru/
ru/info/ (mata obpamienus 05.06.2021).
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Bo-nepBbIx, HeOoCTaTOYHASI TPAMOTHOCTH (OTCYTCTBUE JAOCTATOYHBIX
3HAHUW) y HACEJICHHUs 10 BOMPOCAM IPOBEICHUSI TEHETHUYECKUX HCCIeI0Ba-
HUM, HE3HAHUE CBOMX IPaB M TapaHTH, YCTAaHOBJIEHHBIX T'OCYJapCTBOM B
chepe TeHeTHYECKUX HMCCIEI0BAaHUM, B YaCTHOCTU NP MPOBEICHUU TMpEeHA-
TaJbHOW AMArHOCTUKH. Tak, Ha BOMpPOC O MpaBax Ha obecreyeHue Oecruiat-
HBIMH T€HETUYECKUMH aHAIM3aMH KCHIIUH JETOPOJHOTO BO3pacTa HE3aBU-
cuMO OT (hOpMBI BOSHUKHOBEHHSI OEPEMEHHOCTH (9KO WJIM €CTECTBEHHAs) U3
55 pecnoHJIEHTOB 3aTPyAHWIUCH OTBETUTh 9 M 2 OTBETHJIM OTPULIATEIIBHO.
Ha Bompoc o BosmoxnocTu nposenenus tecta JJHK Bo Bpemst 6epemMenHOCTH
U3 55 pecrnoHIeHTOB TOJIBKO 27 OBLTN COTJIACHBI Ha MPOBEJICHHE €r0 HEMHBA-
3UBHBIMH METOZaMHU (KOTOpPBIE CUMTAIOTCS OoJiee Oe30macHBIMU I peOeH-
Ka), 15 3aTpyAHUINCH OTBETUTD.

Kpome Toro, B 1mesioM oTmMedaeTcsi OTCYTCTBHE Hajyiexkaieid nadop-
MHUPOBAHHOCTH OOCIEIyEeMBIX TPaKJaH CO CTOPOHBI MEIUIMHCKUX OpraHu-
3alMil 0 BO3MOXKHOCTSIX T€HETHYECKUX MCCIICAOBAHUHA M HX TMOCIEICTBUSIX.
[Ip 5TOM OCHOBHBIM BONPOCOM B JAHHOM CJIyyae SBISIETCS MMOHUMAaHHE
«IOCTATOYHOI» HMITH «HayIeXKAei» HHOOPMUPOBAHHOCTH MAIIMEHTOB, IPO-
XOJSIIINX TeHETHYeCKoe 00cleoBaHre. 3aKOHOJaTellb He OMpeAesieT TaKue
KPUTEPHUH YETKO, YTO MO3BOJISIET CIENaTh BBIBOJ O MPOoOeEIie B MPaBOBOM pe-
TYJIUPOBAHUU 0003HAUYECHHOM MPOOIEMBI.

[IpencraBnsieTcs, 4TO MOJUTHKA TOCYIAPCTBA B IEISX COKPAIICHHUS U
MPEIOTBPAILCHUS POXKACHUS TOTOMCTBA C OTKJIOHEHUSMHU JOJDKHA YUHTHI-
BaTh MpoOjeMy OBEJEHUsS 0 CBEICHUs HaceleHHus Oosee MmoapoOHON WH-
dopMmaruu o Bo3moxkHOCTsIX BPT (kak B paMkax rocyJapcTBEHHOTO (UHaH-
CHPOBAHUS, TaK U JIOTIOJTHUTEIEHBIX BO3ME3THBIX YCIIYT).

Bo-BTOpHBIX, BBISIBICHA MpobOieMa JOCTYHMHOCTH W MPOBENCHUS TeHe-
TUYECKHUX MCCIICOBAaHUMA C OMOIOTHYECKHM MatepuaioM. Vcxoast u3 mpuse-
JICHHBIX JaHHBIX, OONBIINHCTBO OMPOIIEHHBIX paHEe HE Y4acTBOBAIHU B MPO-
BEJICHUW MOJIEKYJISIPHO-TEHETHUECKUX aHan30B. OHA U3 IPUYHH — BBHICOKas
CTOMMOCTh TaKHX HCCIIEJOBaHH, KOTOPHIE HE BCEr/a MPOBOASTCS MPH MO-
IepKKe TOCyAapcTBa. PeCrOHIEHTHI OTMEYalOT, YTO CTOMMOCTh HCCIIeI0Ba-
HUH Ba)KHA U HUX, U MHOTHE MOJIOKUTEIHFHO OTHOCSTCS K MPOBEICHUIO Te-
HETHYECKOTO CKPHHUHTA 3a CYET TocyAapcTBa. Bo3MoXKHO, B nanbpHEHIIEM
MOXKHO TPEJUIOKHTh BKIIOUUTH JaHHbIE HcclefoBanus B cucremy OMC,
9TOOBI HCKJTFOUUTH POXKJICHUE OOJBHBIX JETCH, TEM CaMbIM CHU3UB HATPY3KY
rocyAapcTBa Mo 00ECIeYeHUIO UX MEAUIIMHCKUM JICUEHUEM, YXOJI0M, peadu-
TUTAUEH 1 JIEKapCTBEHHBIMHU TIpenapaTaMH.

[IpencraBnsieTcsi, 4TO BBIABICHHBIE MPOOJIEMbI UMEIOT 3HAYEHHUE B
IIEJIOM B HAIlIel CTpaHe, a He TOJBKO Ha PETHOHAIBHOM YPOBHE.
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CornacHo neicTByromemy npukasy Munzapasa PO Ne 1130n HUIIT
HE BXOJIUT B POCCHUICKYIO CUCTEMY paHHEro KOMOMHUPOBAHHOTO TIPEHATAIb-
HOTO CKpUHHMHTAa 6epeMeHHBIX. COOTBETCTBEHHO, CJI0KHO TOBOPUTH 00 OIpe-
JIEJICHHOM 3aKOHOJATEJIbHO-IIPAaBOBOM CTaTyCE€ TaKOTO TECTa, YTO B IIEJIOM
COCTaBJISIET MPOOJIEMY €ro JIETAIbHOIO MPUMEHEHHUS B TOCYJIAapPCTBEHHBIX
KJIMHUKAaX U TEeHETUYECKUX IIEHTpPaX.

Crnenyer cornacuTbCs ¢ MHEHUEM YYEHBIX O TOM, YTO MCKJIIOYATh Ta-
KOM METOJ AMAarHOCTUKH M3 MPEHATATHLHOTO CKPUHUHTA OEPEMEHHBIX HEIb3s,
IIOCKOJIBKY, TI0O CPABHEHHIO ¢ MHBIMU METOJaMU IIPEHATAIbHOW TNarHOCTUKH,
OH sIBISIETCS «d(PPEKTUBHBIM (TO €CTh OE30MAaCHBIM U MPOCTHIM), a €T0 pe-
3yJIbTaThl HA BBISIBIICHUE CUHAPOMOB [layHa, DnBapaca u [laray nydine, yem
y TPAIUIIMOHHOTO KOMOMHUPOBAHHOTO T€CTa, OCHOBAHHOTO Ha YJIHTPA3BYKO-
BOM HccliegoBanum» [7, c. 126].

3ameTtuM, uTo B Poccun Ha permoHaibHOM YpOBHE JI€NIalOTCS MOIBIT-
ki MacmtabHoro ucnoib3oBanuss HUIIT Ha mpumepe MUIOTHOTO MPOEKTa B
Mockse' i SImano-HeHemkoM aBTOHOMHOM Oprrez.

B nameit ctpane HUIIT akTUBHO IPOBOANUTCS NMPEUMYILECTBEHHO Ya-
CTHBIMU MEJIMLIMHCKUMU LIEHTPAMH, IOCKOJIBKY JAHHOE UCCIEAOBaHUE, B OT-
JTUYhe OT MHBA3MBHOM MpPEHATaTbHOM NMArHOCTHKU, HE BXOJIUT B 0a30BYIO
nporpammy 0053aTeTbHOT0 MEAUIIMHCKOTO CTPaxOBaHUs. JTO CBS3aHO B TOM
YHCIe C PSIIOM HEPELEHHBIX HA 3aKOHOJATEIbHOM YPOBHE BOIpocoB. Bo-nep-
BBIX, KaK y>K€ YKa3bIBAJIOCh, C OTCYTCTBUEM 3aKOHOAATENIHHO 3aKPEIJIEHHOTO
cTaTyca 3TOro BUJAA IMPEHATAJbHOTO CKPUHUHIA B CUCTEME METUIIMHCKOM
MOMOIIM OEPEeMEHHBIM >KEHIIMHAM W 0003HAYeHHEM BO3MOXKHBIX HMCTOYHU-
KOB €ro ((MHAHCHPOBAHMUSL.

Bo-BTOpBIX, ¢ BO3MOXKHOCTBIO MPEepBaTh OEPEMEHHOCTh MO JTUYHBIM
npuYuHAM 0€3 MEIUIMHCKHUX IMOKa3aHWi (HampuMmep, 3710yHoTpeOIeHIe Tec-
TOM JiJIs1 OTOOpA IJI0I0B ONPEAETICHHOTO MO0JIa).

Oco0yto npobneMy npeacTaBiIsieT BO3MOXKXHOCTD KEHIIIMHBI TIPEPBAThH
OepeMeHHOCTh MPH BBISBICHUN BPOXKICHHON aHOMAJIHUU MO JaHHBIM KOMOH-
HUPOBAaHHOTIO MpeHaTanbHOro ckpuHuHra u (uiau) HUIIT, ve npencrasisio-

' O6 opraHM3alMM TIPOBEEHHS HEHHBA3MBHOTO TPEHATATHHOTO TECTA B TOPOJIE
Mockse : nmpuka3 Jlenapramenra 3npaBooxpaneHus T. Mocksbl oT 13.03.2020 Ne 199 [Dnek-
TpoHHBIH pecypc] // doctyn u3 cupas.-nipaBoBoii cuctembl «Koncynprantllmoc» (nara 06-
pamenus: 05.06.2021).

? 06 opraHM3aiMM MPOBEJICHHS HEMHBA3UBHOIO MpeHatanbHoro tecta (HUIIT) B
SImano-HenenkoM aBTOHOMHOM OKpyre : npuka3 JlemaprameHnrara 3qpaBooxpaHeHus SIMa-
no-Henenkoro aBToHOMHOTO okpyra ot 24.06.2020 Ne 671-0 [DnekrponnsIit pecype] // Hoc-
TYII U3 cHpaB.-nipaBoBoii cucteMsl «Koncynprantlntocy (nara odpamenust: 05.06.2021).
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el 0co0oi yrpo3bl Juisl )KU3HU peOeHka B OyaymieM. Takasi BO3MOKHOCTh
obe3omacuth cedst oT Oyaymmx mpodieM, 0e3yCclIOBHO, MOBIUSET HA JIEMO-
rpadUyecKyro CUTyaluIo B CTPaHe.

B Hnacrosmee Bpems cornacHo ®@exnepanbHomy 3akoHy Ne 323-03
«O0 ocHOBax oXpaHbI 370pOBbs TpaxkaaH B Poccuiickoit denepanum» UCKyc-
CTBEHHOE MpephIBaHUE OEpeMEHHOCTH 10 12 Helenb MOXKET MPOBOAUTHCS TIO
YKEJTAHUIO XKEHIIMHBI BHE 3aBUCUMOCTH OT Hajau4Ms natojioruu mioaa. [locne
12 Henenpb penieHre 00 UCKYCCTBEHHOM MPEPHIBAHHH OEPEMEHHOCTH MPUHHU-
MaeTcsl KOHCUIIMYMOM Bpadyedl U MPOBOJUTCS MO MEAULMHCKUM MTOKAa3aHUSM,
periaMeHTHPOBAHHBIM MpHKa3oM MuHzapasconpa3Butus PO or 3 nekalps
2007 r. Ne 736 «O0 yTBEepKICHHH TMEpEUYHS MEAUITUHCKUX TMOKA3aHWH s
FICKYCCTBEHHOTO IPEPhIBAHUS OEPEMEHHOCTI .

B ar1oii cBs3m 3acmyxuBaeT nonnaepxkku mHeHue B.B. Jlamaesoi,
MpeAJiararoei Jeraiu3upoBaTh CIOKUBIIYIOCS JACJIOBYIO MPAKTUKY HEKOTO-
PBIX MEAUIIMHCKUX T€HETUYECKUX LIEHTPOB, KOTOPHIE COOOIAIOT PE3yIbTaThI
HUIIT cBouM manueHTaMm TOJNbKO HauuHas ¢ 12 Hexenu OGepeMEHHOCTH, C
LETBI0 MCKIIOUEHUS HEOOIyMaHHOTO €€ MpEephIBaHUs, a TOJBKO IO MEIHU-
IMHCKUM TIOKa3aHusM [8, c. 191].

[TogBoast utor, ciienyeT OTMETUTh, YTO, IO CPABHEHUIO C HEKOTOPHI-
MU 3apyOeKHBIMU CTpaHAMH, AKTUBHO MPUMEHSIONIUMHU COBPEMEHHBIE METO-
Il HEMHBA3WBHOW TCHETHUYECKOM JMAarHOCTUKH, HOpMAaTHBHAs 0a3a 1Mo Mpu-
MeHenuto HUIIT B Hamel cTpaHe nmoka HaXOAUTCs B CTaAuMU pa3BUTHUs. BHe-
JPEHHE COBPEMEHHBIX METO/IOB MPEHATAIBHON JUATHOCTUKH — OJIHA U3 BaXK-
HEWIIMX 3a7a4 COBPEMEHHOIo rocyaapctBa. B Hacrosiiee BpeMs ydeHbIE
IIpeAJIararoT 1Ba OCHOBHBIX cueHapus BHenpeHus HUIIT B npakTuky rexe-
TUYECKOT0 MPEHATaJIbHOT0 TeCTUpOBaHus B Poccuu:

— KOHTHUHTECHTHBIA — 0Os3aTEIbHBIM TECT MEPBOM JIMHUU BCeM Oepe-
MEHHBIM, HaXOJSIINUMCS B TpyImme pucka. Takol Moaxoa mo3BOJseT cyOcu-
JIUMpOBaTh omiary yactu Wik Bceil croumoctu HUIIT u3 rocyaapcTBEHHOro
OromKeTa;

— KOMMEPUYECKUN — B KaueCTBE JIOMIOJIHEHHS K CYIIECTBYIOIIEH TPO-
rpaMMe NpeHaTaTbHOTO CKPUHHUHIA KakK TECT BTOPOW JIMHUU A OepeMeH-
HBIX, UMEIOIINX (PMHAHCOBbIE (COOCTBEHHbBIE WM 33 CUET JIOMOJIHUTEIBHOTO
MEIHUIIMHCKOTO CTPaxXOBaHMs) pecypchl AJis ero omnatsl [9, c. 10].

[Ipu sTOM BakHO OOJyMaHHOE WX BHEIPEHHUE C 3aKOHOIATEIHHBIM
YCTaHOBJICHUEM COOTBETCTBYIOIIUX METOJIUYECKHX, TEXHUUECKUX perjaMeH-

' Brouerenn HOPMATHBHBIX aKTOB ()elepajbHBIX OPraHOB HCIOJIHHUTEIHEHOW Bia-
ctu. 2008. Ne 9.
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TOB ¥ OTPAaHUYECHHI HA UX MPOBEICHUE, B TOM YHCJIE U MOATOTOBKH BBICOKO-
KBaJTM(UIIMPOBAHHBIX KAJpPOB KOHCYJIBTAHTOB-TEHETUKOB, IMOCKOIBKY OC-
HOBHAsl Harpy3kKa Npv MPUMEHEHUU TaKUX METOAOB THUATHOCTUKW MPH IPO-
BEJICHUH MEPBUYHOTO KOHCYJIHTHPOBAHUS OEPEMEHHBIX MPUXOIUTCS HA HUX.
Kpome Toro, pemenne npodiemsl puHAHCUPOBAHUS TOCYIapCTBOM HEHMHBA-
3UBHBIX METOJOB MPEHATATBHOW JUATHOCTHKU OEPEeMEHHBIX IMO3BOJIUT CO3-
JIaTh TMOJHOIIEHHYIO CHUCTEMY F'€HETHYECKOr0 MPEHATAIBHOTO TECTUPOBAHMS
B Poccumn.
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LEGAL PROBLEMS OF APPLYING MODERN
METHODS FOR PRENATAL GENETIC DIAGNOSTICS
IN RUSSIA

The paper analyzes current ethical and legal problems related to prenatal ge-
netic diagnostics, which is an important part of Russia’s strategy of transition
to personalized medicine. Particular attention is paid to the problems of the
effectiveness of prenatal diagnostics and legal regulation of the use of mod-
ern genetic technologies for non-invasive diagnosis of genetic and chromo-
somal abnormalities in the fetus. The legal mechanisms for using data on ge-
netic disorders in the fetus and gaps in legislation are considered. Purpose:
to analyze the legal regulation of issues of prenatal genetic diagnostics in
Russia and its modern non-invasive methods, to identify urgent problems of
their application and to determine possible ways to solve them. Methods: the
authors use empirical methods of comparison, description, interpretation;
theoretical methods of formal and dialectical logic; as well as special scientif-
ic methods of interpretation of legal norms and legal-dogmatic. Results: it is
concluded that the national regulatory framework needs to improve the legal
regime for DNA testing. The need to introduce non-invasive diagnostic tech-
nologies into the practice of medical genetic counselling for the general pop-
ulation as the safest and most progressive method of genetic diagnostics is
identified.

Keywords: prenatal diagnostics; invasive diagnostic methods; non-invasive
prenatal testing; questionnaire; genetic information.
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