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HewnHBa3nBHbIN NnpeHaTanbHbin TecT (HUMT) — coBpemMeHHbI MONeKynAapHO-reHeTUYeCKUiA METOA, MPUMEHAEMbIA ANA CKPUHMHIA
XPOMOCOMHOV NaToNori y NioAa nyTem BblAeNIeHNs U CeKBEHNPOBaHUA cBOOOAHO UnpKynupyownx ¢parmeHtos AHK nnoga n
nnaueHTbl B KPOBY MaTepu (BHekneTouHaa petonnauveHtapHaa AHK). HAMNT ctan akTMBHO NPUMEHATLCA B KIMHUYECKONW NpaKkTrKke
CpaBHUTENbHO HeAABHO — C Hayana NPOoLIOro AeCATUNETUA, B CBA3M C YeM HET eAUHOIr0 MHEHUA 1 PeLLUEeHNN STUYECKNX BOMPOCOB,
CBA3aHHbIX C TecTMpoBaHvem. Cenekuma nona, GopmMrpoBaHme CnekTpa BbIABIAEMbIX PUCKOB, MEANKO-TEHETUYECKOe KOHCYbTUPOBaHME,
OVCKPUMMHaUWA AeTel C XPOMOCOMHBIMU aHOMAIUAMI U UX poauTenen, «pyTUHN3aLUa» MeToAa — OCHOBHbIE 3TUYeCKMe NPobiembl,
C KOTOPbIMM CTANIKUBAIOTCA BPayum PasnnUHbIX ClelmanbHOCTEN 1 NauueHTbl. BnuaHve pesynbrata HUMT Ha penpoayKTUBHBIA BbIGOP
CeMelHbIX Nap COXHO HeJOOLEHUTb, MO3TOMY NMPUMEHEHUE TECTA B CUCTEME NPeHaTalbHOro CKPUHUHIA TpebyeT 0co60ro BHMMaHMS,
KOHCYNBTMPOBAHUA 1 yYacTuA CNeLyancToB pasHbix 06nacTei MeguUVHbI 1 HE TONBKO.
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Non-invasive prenatal testing (NIPT) is a molecular genetic method of assessing the risks of fetal chromosomal abnormalities from cell-free fetal
DNA by isolating and sequencing cell-free fetal and placental DNA fragments in maternal blood (cell-free fetoplacental DNA). NIPT has been in
use for the past decade, so as a consequence, there is still no consensus or solution regarding the ethical issues surrounding the testing.
Gender selection, the range of risks assessed, genetic counseling, discrimination against children with chromosomal abnormalities and
their parents, and the «routinization» of the method are the main ethical problems physicians of different specialties and patients face.
The impact of NIPT results on the reproductive choices of couples is hard to underestimate, so the involvement of various medical and
other specialists in the system of prenatal screening requires particular consultative attention and assistance.
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BsepeHne

rcTeMa MpeHaTaJbHOM TMarHOCTUKU U CKPMHUHTA

HalleJIeHa Ha BBISIBJICHUE XPOMOCOMHBIX aHOMAJTUI

(XA) y miona u sIBAsIeTCSl KJII0UeBbIM MHCTPYMEH -
TOM HE TOJIbKO B CHUKEHUN MJIaIeHYECKO CMEPTHOCTH,
HO U B TIOBBIILIEHUY YPOBHSI OOLIECTBEHHOTO 310POBbS U
6narococtostHus. ITo nmurepaTypHbIM JaHHBIM B 6-11%
cllyd4aeB NMMPUYNHOM aHTEHATAJIbHOW U HEOHATAJIILHOW T'M-
0esu SBJISIeTCS XpOMOCOMHAS MAaTOJIOTUS TUIo[a WU HO-
BopoxaeHHoro [1]. CoBepllieHCTBOBaHUE MOJIEKYJISIP-
HO-TE€HETUYECKUX METOMOB, MOSBJICHUE HOBBIX TEXHOJIO-
TMii TO3BOJSIOT TMOBBIIATh 3GGOEKTUBHOCTD
CYIIECTBYIOIIETO aJrOpUTMa 3a CUeT BKIIOUEHUSI HOBBIX
JIabOpaTOPHBIX TECTOB B CUCTEMY MPEHATAIbHOTO CKPU-
HUHTA.

B 1997 r. rpynmna uccienosarenieii Bo riase ¢ Yuk Ming
Dennis Lo cmorsa BriepBble BbIASIUTh BHEKJIETOUHYIO (he-
toraueHTapHyo JHK (JIHK miona v rmiaueHTbl) U3 Be-
HO3HOIT KpoBU OepeMeHHOI eHIIuHbI [2]. Kazanoch He-
BO3MOXXHBIM MPEIIOJOXUTh pUCK XA Ha OCHOBE aHaIM3a
CBOOOIHO LIMPKYJIMPYIOLINX B KPOBOTOKE MaTePU KOPOTKUX
(¢parmenToB IHK. Tem He meHee, B 2011 roqy 6epeMeHHBIM
JKEHILMHAM cHavajia B [OHKOHre, a 3aTeM U Mo BCeMy MUDY
CTaJl IOCTYTIEH HOBBII METOM CKpPMHUHTA XA 1U101a — HEUH -
BasuBHbIH MpeHaTanbHbIi TecT (HUITT) nnn HemHBa3UBHBIM
MpeHaTaIbHbI CKPUHUHT, OCHOBAHHbIN Ha aHAJIM3e BHEKJIE-
toyHoit berorutaueHTapHoii JIHK [2, 3]. HUTIT no3BoJs-
eT yke ¢ 9—10-i1 Henem 6epeMEHHOCTH OINPENCTUTh C Bbl-
COKOI TOUHOCTBIO pUCKU XA y Tuioaa [4].

Boicokue pucku XA muoga o pesynbtatam HUIIT,
Kak M B clyyae MpeHaTaJbHOro CKkpMHuHra I tpumectpa
OepeMEHHOCTH, TPeOYIOT 00sI13aTeIbHOM BaTUAALIUM 11~
TOTeHETUYECKUMU U/WIK MOJIEKYJISIPHO-TEHETUYECKUMU
MeTogaMu. Martepuall rioga B TaKUX Caydasix MojayJaroT
MOCPEeICTBOM MHBAa3UBHOI MpeHATAIbHONM AUArHOCTUKU
(MI1H), xoTopasi B HEOOJIBILIOM MPOLIEHTE CIyyaeB (MeHee
1%) MOXeT MPUBOIUTH K OCJIOXKHEHUSIM [5].

HecMoTps Ha mmpokoe pacrpocTpaHeHHe M0 BCeMy
MUPY U MojioxuTenbHyto otleHky HUIIT B MmupoBoM co-
obmiecTBe [6, 7, 8], CyLIECTBYET psili HEPEIIEHHBIX STHYE-
ckux npo6jeM. Tak, HarpuMep, 10 CUX MOP HET PelIeHUS
OTHOCHUTEJIbHO crekTpa XA, KOTOpbIe TOKEH omnpeae-
a1t HUTIT: HeobxonuMo 11 MH(MOPMUPOBATh KEHILIM -
Hy 000 Bcex OOHApYKEHHBIX XA WX TOJbKO O CBSI3aHHBIX

C PMCKOM JIs1 XKU3HU Oymyiiero pebeHka [9]. CyiiecTByioT
TaKKe TIPEeLeICHTHI PEePhIBAaHUSI OEPEMEHHOCTHU B CBSI3H
C HECOOTBETCTBHEM I10J1a peOeHKa XKeJlaeMOMY, B TO Bpe-
M kak HUIIT mo3BossieT onpeneanTs MOJI II0Aa yXKe
B I TpumecTpe 6epemennoctu [10]. Takke ecTh 1 gpyrue
MIPOOJIEMBI: PYTUHHU3ALIMS UCCIICIOBAHUS, HECOOXOIMMOCTh
TTOBBIIICHUS] Ka4eCTBAa MEIUKO-TeHETUIECKOTO KOHCYIThb-
THUPOBAHUS B YaCTU IIPEIOCTaBIeHUS] O0BEKTUBHOM WH-
bopmary KeHIIWHE TS IPUHSITUST PEIIeHUS O IIPOJIOH-
TUPOBAaHWY WJIN TIpepbIBaHUM OepeMeHHOCTH. O0OCcyXe-
HUIO YKa3aHHBIX ITPOOJIeM MOCBSIIIIEHA HACTOSIIAS CTAThSI.

CneKTp nccnegyemon naronornm

IlepBoit XpOMOCOMHOI MaTOJIOTUEN, PUCK KOTO-
poii ctano Bo3MOXHBIM onpenesats npu HUIIT, sasns-
Jlach TpucomMust XxpoMmocomhbl 21 (cunapom JayHa) [3],
B JaJIbHEMIIIEM TeCT JOTIOJHUIICS APYTUMU ABYMS YaCThl-
MU XA — TPUCOMUSMU XPOMOCOMBI 18 (cuHapoMm Di-
Bapjaca) u xpoMmocoMbl 13 (cunapom Ilatay) [11]. C pas-
BUTUEM TEXHOJIOTMU U CHUKEHUEM CTOMMOCTU CEKBe-
HUPOBaHUS IIUPOKYIO PACIIPOCTPAHEHHOCTh MOJTYYUII
noiaHoreHoMHbIi HUTIT, KoTOphIli MOMUMO YacThIX
TPUCOMUN TAaKXKe MO3BOJISIET BBISIBJISATh PUCKU aHOMA-
JIUA MOJIOBBIX XPOMOCOM, PENKUX aHEYIJIOUIAUNA U MU-
KPOCTPYKTYpPHBIX Mepectpoek [12, 13]. OnHako BMecTe
C MOSIBJICHUEM HOBBIX BO3MOXHOCTE! UCCIeN0BaHUS 10-
0aBWJIKNChH U HOBbIE TPYJAHOCTH.

B otHomenuu yacteix Tpucomuit HUTIT nemoHcTpu-
pYET HaUOOJIBIIYIO YYBCTBUTEILHOCTD (>99,9%) u crienu-
duanHOCTb (>99,9%) [14]. 151 aHEyMIOUIUIA TTOJTOBBIX XPO-
MOCOM TO0Ka3aTeJI HIXE, B YACTHOCTU YYBCTBUTEIbHOCTh
U CNeM(pUIHOCTD /11 ONpeneeHUsI pPUCKa MOHOCOMUM
X cocrasisior 93,9% (95% AU, 84,1% — 97,8%) 1 99,6%
(95% OM, 98,7% — 99,9%) cootseTcTBEHHO [15]. DeHo-
THUI TJI0JA MTPY aHEYTIJIOUAMSIX MOJOBBIX XPOMOCOM MOXET
OBITb HOPMAaJIbHBIM WM 00Jiee «MITKUM», YeM TTPU JPYTUX
XA, XOTS 1 BOBMOXHO BBISIBJIEHUE YJIbTPa3ByKOBBIX Map-
KEepOoB WM TOPOKOB pa3BUTHUS MpeHaTaibHo. KpoMme Toro,
BO3MOXXHA MaHUbecTalus KIMHUYECKON KapTUHBI JIUIIb
B IMyOepTaTHOM MepUuoe.

BrisiBeHe MUKPOCTPYKTYPHBIX IEPECTPOEK WU pel-
KHMX TPUCOMUIA SIBJISIETCS] MEPCIIEKTUBHBIM HaIlpaBJIeHU-
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€M TeCTUPOBaHUsI, HO TpeOyeT pelleHus psaa TeXHUYe-
CKMX 337124 B CBSI3U C BBICOKOM J10JI€i1 JIOXKHOITOJIOXKHUTE b~
HBIX Y JIOXKHOOTPHULIATETbHBIX pe3yabTaToB [10, 16]. Hacto
TaKue aHOMAJIMU SIBJISIIOTCS CJIEJACTBMEM OTPAaHUYCHHOTO
IJIAIEHTAPHOTO MO3auIM3Ma WIIM MaTePUHCKHUX XPOMOCO-
MHBIX IIEPECTPOEK U MOTYT HE HECTH YTPO3BbI TSI 3M0POBBSI
oynyuiero pedbeHka. OmHaKO CyIIECTBYET OOJIbILIOE YHUCIIO
MMKPOZEJIELIMOHHBIX U MUKPOLYIIJIMKALIMOHHBIX CUHIPO-
MOB, KOTOPbIE OKa3bIBaIOT HEraTMBHOE BJIMSIHUE Ha TeUe-
HKe OepeMEHHOCTH, pa3BUTHUE TUIONA U 30OPOBbE OYIYIIIETO
pebeHKa, peaKue aHeyIJIOMINK YacTo IPUBOIAT K HebJ1a-
TOIIPUSITHOMY UcXoay 6epeMeHHocTH. KoHcynbTupoBaHue
B TaKUX CJIyYasiX JOJKHO ObITh OCHOBAHO Ha OLIEHKE KJIv-
HUYECKOI 3HAYMMOCTH KOHKPETHOT'O FeHETMYECKOTO Ba-
puaHTa UIu AOTIOJHUTEIbHON XpoMOocoMblI [17].

C 0IHOI1 CTOPOHBI, paHHSISI ITpeHaTaIbHasK TUAarHOCTH-
Ka MO3BOJISIET XKEHIIMHE CIeaTh BIOOP O AajbHEHIIEM Be-
JEHUU OEPEMEHHOCTHU, TTOATOTOBUTh CEMbIO K BOZMOXKHBIM
TPYAHOCTSIM, paCCMOTPETh BO3MOXHOCTH JIEUEHUS U pe-
abunurtauuu [18]. C npyroii cTOpoHBI, MPU OTCYTCTBUU
KOPPEKTHOTO MEIUKO-TEHETUUECKOTO KOHCYJIETUPOBAHMUSI
BO3MOXEH POCT YMCJIa HEOOOCHOBaHHBIX a00OPTOB, TICH-
XOJIOTMYECKMX TPABM (OTPULIATEILHOE BIMSHUE Ha CaMo-
OLIEHKY W B3aMMOOTHOIIIEHUS C POAUTEISIMU, CTUTMATU3a-
wmst) [19]. Takum obpazom, BosmoxkHocTh HUIIT onpene-
JIATh PUCK Apyrux XA, a He TOJIbKO YaCThIX aHEYTUIOUIHIA,
KpOMe IIPEUMYIIECTB HeCeT 3a COOOM U TOMOJIHUTEIbHbIE
TPYAHOCTHU TSI Bpaya-reHeTukKa Mpu MeaIuKo-reHeThye-
CKOM KOHCYJIbTUPOBaHUMU.

CyIeCTBYIOT pa3JIMYHbIe TTOIXObI K PEIIEHMIO 3TOM
npobiembl. Hanpumep, npenoctaBieHue 6epeMeHHOM
JKEHIIMHE BO3MOXHOCTH BBIOOpAa MEXIY Pa3IuYHbIMU
TUIIAMM TECTa C Pa3HBIM MepeYHEM aHAIU3UPYeMbIX XA.
Bo ®paHiMK 3TOT BOIIPOC PeryaupyeTcst Ha rocy1apCTBEH-
HoM ypoBHe — HUTIT BKJIoueH B mporpamMMy MpeHaTaab-
HOTO CKPMHMHTA B KQUeCTBE TeCTa BTOPOI IMHUU, IIPOBO-
JIATCST 33 CUET FOCYAapCTBa, U OMPEAEIISIETCSI PUCK TOJBKO
Tpucomum xpoMmocoMbl 21 [20]. B Hungepnangax B pam-
kax npoekta TRIDENT-2 (Trial by Dutch Laboratories for
Evaluation of Non-Invasive Prenatal Testing) nmpexycmotpe-
Ho npuMmeHeHue HUIIT B kauecTBe TecTa NMepBoil TUHUH,
OGepeMeHHBbIE XXEeHIIMHBI MOTYT BBIOMPATh 13 IByX BapHUaH-
ToB ucciaegoBanusi: HUIIT TonbKo Ha yacTble TPUCOMUU
WY YyacThble XA U MHbIE aHOMaJIMU XPOMOCOM (OrpaHuYe-
Hue paszmepa aHomanuu 10—20 miH 1.H.). OnpeneneHue
pUCKa aHEYTUIOUIUI MOJOBBIX XPOMOCOM He MPeayCcMo-
TPEHO HU OAHUM BapuaHToM [21].

HaubGosee oCTOpOXHO MPOMCXOAUT MHTETPALIMS
HWIIT B cucremy 3npaBooxpaHeHust B 'epmanuu. Tam
MpeHaTaJbHbI CKPUHUHT Ha XA He BKJIIOUEH B MEIH-
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LIMHCKOE cTpaxoBaHue, a croumoctb HUTIT moxeT ObITh
KOMIIEHCUPOBaHa rocy1apCTBOM IPU JETaJIbHOM PacCMO-
TPEHUM KaXKIOTOo Caydasi, TPy 3TOM Bpay JOJKEH OLIEHUThb
TICHUXO0JIOTUYECKOE COCTOSIHME OEpEeMEHHOM KEeHIIUHBI,
ee MOTeHLMATbHYIO peaklnIo Ha TOT WJIX UHON pe3yabTaT
Tecta. TakuM oOpa3oM rocyaapcTBO MbITA€TCS BHEAPUTh
WHAUMBUAYAIbHBINA TTOAXOI MPU BeIeHUU OEpeMEHHOCTH,
OrpaHUYUTh PYTUHU3AIIMIO TeCTa, U30exkaTh 0TOOpa IJI0-
OB ¢ XA U €BreHUKU IPU MPUHITUU PETPOTYKTUBHBIX
peieHuii [22].

B GoablIMHCTBE cTpaH MUpa KOMMepUecKue Jabopa-
TopuM MpeniaratoT mupokyto JuHeiiky HUIIT ot ananuza
MCKJTIOUUTENIbHO XPOMOCOMBI 21 10 TeCTUpPOBaHMSI BCel Mo-
cnenoBatenbHocT JIHK, BKITIoUast naxke HEKOTOpbIe MOHO-
reHHble 3a0ojeBaHusl. [1pu 9TOM MOIHOTA KCCeT0BaHMS,
Kak MpaBUiIo, KOPPEIUPYET CO CTOUMOCTBIO YCIYTH, TPUYEM
1IeHa caMoro aerieBoro u camoro gopororo HUIIT moxer
pa3IMyaThCsl B HECKOJIbKO pa3. TakuM oOpa3oM, TPOKUCXO-
JIAT OrpaHWYeHUE JOCTYITHOCTH Harbosiee IUPOKUX TUTIOB
TecTa Uil MeHee 00eCIIeYeHHBIX CJIOeB OOIIECTBA HECMOTPSI
Ha TO, YTO C MOMEHTa Hayajia aKkTUBHOTO TPUMEHEHUSI CTO-
umoctb HUTIT cTrabunbHo cHuxkaetcs. B naHHoi# cutyauun
MPU OLIEHKE MPEMMYLIECTB Y HEMOCTATKOB MAIlMEHT CKOpee
BCero 00paTuT BHUMaHKE Ha KOJIMYECTBO BhISBIISIEMbIX aHO-
MaJlvii, He MPUHKUMAas BO BHUMaHUE UX KIIMHUYECKYIO 3Ha-
YUMOCTb U CHIeLIM(UIHOCTb TecTa. B KoHeuHOM uTore, cTaBst
B CpaBHEHME HCCefoBaHue, TIpenjaraéMoe B paMKax Iro-
CYIapCTBEHHOU CUCTEeMbI 31paBOOXPaHEHMSI, U «Haubosee
TTOJIHBIE» BAPUAHTHI B YACTHBIX JIAOOPATOPUSX, Y TTAallMeHTa
BO3HUKAET JJOTUYHBII BOMPOC: MOYEMY TOCYIapCTBO Ipe-
JIOCTaBJISIET TAKOM OrpaHUYEeHHBIN (hopMaT UCCIeAOBaHUS,
KOT/a BOMPOC KacaeTcs KU3HU U 3M0POBbsI €ro OymyIlero
pebeHKa, TeM caMbIM OTpaHUYKMBasi ero 0a3oBbIe MpaBa ye-
JloBeka?

OTBeT Ha 3TOT BOMNPOC MbITAIOTCS AaTh Mpodeccu-
OHaJIbHbIE MEAULIMHCKHE COObIIecTBAa. AMEPUKAHCKOe
u EBponeiickoe oO1ecTBa reHeTUKU YyenoBeka B 2015 roay
OMYyOJIMKOBAIU CBOU PEKOMEHIALIUH, COTJIACHO KOTOPBIM
npumMmeHenue HUTIT nenecoodbpa3Ho TOJBKO 1151 BhISIBIIE-
HUSI pUCKOB TpucoMuii xpomocom 21, 18 u 13 [23]. Takxke
OMYyOJIMKOBAaHBI PEKOMEHAAIIMU APYTUX MPOodeccuoHaIb-
HBIX COOOIIECTB — AMEPUKAHCKOI KOJIJIETMY aKyllIepoB
1 TMHeKos10roB 1 O011ecTBa MEIMLIMHBI MAaTePU U TLTOAA.
B 2020 romy cTayia 1OCTyIHa yKe TPeThsl BEpCUS MpaKTUye-
ckoro OrwsieTeHs:, B KoropoM nposeaeHue HUIIT peko-
MEHI0BaHO JUJIsI OLIEHKU PUCKa Yy TUIofa TPMCOMUIA XPOMO-
coMm 21, 18 u 13 u HapylIeHUIT MO TTOJIOBBIM XPOMOCOMaM
BCeM OepeMEHHBIM KEHIIIMHAM BHE 3aBUCUMOCTHU OT pPH-
CKa, MOJYYEHHOTrO I0 pe3ybTaTaM CTaHAapTHOTO MpeHa-
TaJbHOrO CKPMHMHTIA U/ WU IPYTUX (PAaKTOPOB pucKa [24].
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C MoMeHTa paclIMpeHus BO3MOXKHOCTEN MpeHaTalb-
HOTO CKpMHUHTa XA CeMbH Yallle CTaJI CTAJKUBATHCS
C Mpo0JeMOI MPUHSITUS PELLISHUS O COXPAaHEHUM WU Mpe-
pbiBaHUM OepeMeHHOCcTU. [Ipeamnonaraercs, 4To Ha poHe
akTuBHOrO npuMeHenust HUIIT, yuciao exerogHo mpo-
BOJIMMBIX UCCIEAOBaHUI OYyAeT MOCTOSSHHO PacTU U IO-
CJTYKUT NMPUYMHON CHIDKEHUS POXKIAEMOCTHU feTei ¢ XA
[25]. TTo MHEHUIO MEXXIyHAPOIHBIX MEAUIIMHCKUX U 3T -
YECKUX COOOIIECTB 3TO MOXKET CIIOCOOCTBOBATh CTUIMa-
TU3aLMU U AUCKPUMUHALIMU JeTell ¢ XpOMOCOMHOM naTo-
Jorueit [26, 27, 28]. B Poccuiickoit Denepaiiiu corjgacHo
ITpukaszy Munszapasa Poccun ot 20.10.2020 Ne 11301 «O06
yTrBepxkneHuu ITopsiaka okasaHust MEAULIMHCKOM MTOMOIIU
10 NMPOMUITIO «aKyIIEPCTBO U THHEKOJIOTUST» B CJTyyae Bbl-
saBieHus XA 1ona 6epeMeHHOCTh MOXKET OBbITh IpepBa-
Ha I10 pellIeHUIO MPeHaTaTIbHOTO KOHCHINYMa U ¢ MHMOp-
MUPOBAHHOI'O TOOPOBOJIBHOTO corylacusl ponuTtenei [29,
30]. [Monyuus pesynbrar HUIIT ¢ BeicokuM puckom XA,
OJIHV CEeMbU HAYMHAIOT TOTOBUTHCS K POXKICHUIO PeOEH-
Ka, TpeOylolero ocodboro yxoaa U BOCIUTaHUs, TaK KaK
3a MocJeIHUe AeCATUIeTUs, 6aronapsi COBEpIIEHCTBO-
BaHUIO METOJOB XUPYPTruyeCcKoro, CUMIITOMATUYECKOTO
Y MaTOTEHETUYECKOro JeUeHUsI, a TakKKe YIYyUIlIeHUIO CO-
LIMAJIbHOM Cpeibl, YIaa0Ch MOBBICUTh KAUeCTBO U MTPOI0JI-
KUTEJIbHOCTD XKU3HU aeTeit ¢ XA [31]. Ipyrue xe neaaror
BBIOOD B MOJIb3Y MpepbIBaHUsI OEpeMEHHOCTH (TTOCIe MO~
TBepXIAIOIIeil TMarHOCTUKK) B HaleX/Ie B OyayIeM 3a-
yaTb 310pOBOro pedeHka. Eciiu roBopuTh 0 MpsiMoii auc-
KPUMMHALIUM, POIUTEU MOTYT MTOJBEPIaThCsl OCYXKACHUIO
CO CTOPOHBI OOIIECTBA 3a PEUIEHUE COXPAaHUTh OepeMeH -
HOCTb U POJIUTH «OCOOEHHOT0» peOeHKa, KOTOPbIii OyieT
OTJIMYATHCS OT OOJIBILIMHCTBA CBEPCTHUKOB, CTATKUBAThCS
C MpobJieMaMy COLIMAJIbHOM ananTaluu, ¢ 00JIbIION Bepo-
SITHOCTBIO UMETh XPOHMWYECKUE 3a00JIeBaHUST Pa3TMYHbIX
opraHoB U cucteM [32]. C opyroii CTOpOHBI, YacTb O01LIe-
CTBa, B TOM YMCJIe MHOTHE PEJIUTHO3HbIE KOH(hECCUM, CUu -
TalT a0OPTHl HEMPUEMJIEMbIMU BHE 3aBUCHUMOCTHU OT I1O-
Ka3aHWii U Bo3/IararoT Ha MaTh OTBETCTBEHHOCTD 3a CMEPTh
WIM Jaxe yOUicTBO pedeHKa.

Taxkum obpaszom, Bonpoc onpeaeasiemoro HUIIT
CHEeKTpa XPOMOCOMHBIX HapyIIeHU OCTaeTCs OTKPHI-
ThIM, TPEOYET KOMILJIEKCHOTO YUYaCTUS B €T0 PEIIeHNU KaK
CIEeMAIMCTOB TEHETUKOB, aKyIlIepOB-TMHEKOJIOTOB, TakK
U CHIEeLMAIMCTOB MO OMOATUKE, MEAUIIMHCKOMY IIpaBy,
IOPUCTOB, MpeAcTaBUTeeit obecTBeHHOCTU. Heobxo-
IUMO (pOpMUPOBaHUE €AUMHBIX METOIMYECKUX PEKOMEH -
Jaluuii U TocoOui, comepKaliux alropuTMbl 1eCTBUI
B Pa3JIMYHBIX KIMHUYECKUX CIIyyasix U MepCcoHaIU3UpOo-
BaHHBIN MOAXOM K KaxXIOMy U3 HUX. Takxke HeoOXOIUuMO
TMOMHUTb 00 aBTOHOMUHU PEMPOAYKTUBHOIO BbIOOpA Malu-
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€HTKM U OOBSICHSITh IIpU KOHCYJILTUPOBAHNH, YTO HUKAKOE
€€ PCIICHUEC HE MOXKET IOABEPIraTthbCA OCYXIACHUIO U JaB-
JICHWIO HU CO CTOPOHbI MEAMLIMHCKUX pa6OTHI/IKOB, HHU CO
CTOPOHBI JIIOOBIX APYTMX YJIEHOB OOLIECTBa.

Onpenenemne nojna

bnaromapst onpeneneHUIO MOCIEI0BATEIHBHOCTH T10-
noBbIX XxpoMocoM HUIIT no3Boisier y3HaTh OyaylIuM
POOUTEISAM MOJ TUIOMA, XOTS 3TO M HE SIBISICTCS Tep-
BUYHBIM TTOKa3aHUEM I IIPOBEICHUS MCCICTOBAHMSI.
OnpeneneHue moya JOCTYITHO ¢ 9-10 Hemenn 6epeMeH-
HOCTH, a YyBCTBUTEIHHOCTD U CIICHU(PUIHOCTD OIpeIe-
JICHUSI TI0JIOBOM MPUHAICKHOCTH T10 TaHHBIM JIMTepa-
TYpbl cocTaBisoT 98,9% u 99,6% coorBercTBeHHO |33].
[1pu mpoBeneHNN yIBTPa3BYKOBOTO UCCICIOBAHMUS CEMbST
TaKKe MOXKET y3HATh ITOJI OyIyIIero peoeHKa, HO TOYHOCTb,
cpaBHumasi ¢ HUIIT, nocturaercs nuiub Bo 11 Tpumectpe
o6epeMmeHHOoCcTH (Onmke K 18-22 Henene rectalum).
C 11 Hemenm TakKe BO3MOXKHO OIIpeAe/ieHe KapruOTHUIIa
TIona TPy UCCIeAOBAaHUY BOPCUH XOPHOHA MOJICKYJISIP-
HO-TEHETUICCKUMM W LIMTOTCHETUYECKIM METOIaMU, OJI-
HaKO MHBa3WBHAsI JMAarHOCTHUKA aCCOLIMMPOBAaHA C HEBBI-
COKMM PUCKOM OCJIOXKHEHMST O6peMEHHOCTH, B TOM YHC-
Jie ¢ ee motepeit (MmeHee 1%) [34], u npoBeaeHre JaHHOM
TPOLIEAYPHI TSI UACHTU(UKALIVY TT0J1a TJI0a ITPU OTCYT-
CTBMU IPYTUX MEIUIIMHCKNX ITOKa3aHUI HE OITpaBIaHO.

CylecTByeT MEOIUIIMHCKOE OOOCHOBAHME OIpeeie-
HUSI ITOJIOBOM TPUHAIJICKHOCTH TUIONA IIPeHATaIbHO, Ha-
TIpUMep, HOCUTEIBCTBO X-CILIEIJICHHOTO PEIIEeCCUBHOTO 3a-
boneBaHus y Mmatepu (Muoguctpodus JomeHHa, reMo-
bunmuss A u 1.1.). OgHAKO B OOJIBIIMHCTBE CITyYaeB CEMbSI
XOYeT 3HATh MOJI OYIyIIero pedeHKa st TOATOTOBKHU K PO-
KICHUIO U BEIOOPY MMeHHU. BMecTe ¢ TeM M3BECTHBI CITy-
yad HAMEPEHHOM CeJIeKIIMH TToJIa Oymaymiero peoeHka |35,
36, 37]. C 5KOHOMHUYECKOI TOYKHU 3PEHUST PEOCHOK MYXK-
CKOTO TT0JIa B OYIyIIeM CMOXKET IIPUHOCUTH B CEMbIO 0OJTb-
it moxon (0COOEHHO 3TO XapaKTepHO IJISI CTPaH, BBICO-
KMM YPOBHEM Pa3BUTHUS CEILCKOTO XO3SIMCTBA M JICTKOM
TIPOMBIIIIJICHHOCTH, TE CYIIeCTBYET BHICOKAsI IIOTPEOHOCTh
B GU3UUYECKOM TPYIe), a AeBYIIEK YaCTO CYUTAIOT SKOHO-
MHWYeCKIM OpeMeHeM. B HEKOTOPBIX CeMbsIX CEIEeKIINSI ITO-
JIa CBsI3aHA C TeM, YTO MaJIBYMKK MOTYT IIPOIOJIKUTH (ha-
MWWIBHBIN POJI, B IPYTUX — C XKeJIaHWEM BOCCTAHOBUTD TCH-
IepHBIIA banaHc cpenm aeTeit [38, 39].

B HekoTophix cTpaHax, Hanmpumep, B Kurtae, Uugun
u FOxHoit Kopee, cyiecTByl0oT HOpMaTUBHO-TIPABOBBIC
aKTBbI, 3aIIpelialonire peprIBaHe 0epeMEHHOCTH 10 T10-
JoBoMy npu3Haky [40]. OxHako MmMogoOHbBIE MEPBI MOTYT
TIPUBOINTH K POCTY YKCJIa KPpUMUHAIBHBIX a00PTOB, MPO-
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BOIMMBIX HEKOMITETEHTHBIMU JIMLIAMU, C HAPYILIEHUEM CTE-
PUJIBLHOCTH YCJIOBUI U B LIEJIOM TEXHOJIOTMU CaMOM polie-
JYPbI, YTO MOXET ITOBJIeYb 32 COO0I MHBATMIN3ALINIO, MH-
(beK1IMOHHBIE OCIOKHEHMST 1 MATEPUHCKYIO CMEPTHOCTb.
Tak, B UHnuu HeerajabHbie a00PTHI SABISIOTCS TPUYUHOMK
MaTepuHCKOM cMepTHOCTH B 9-20% ciydaeB. 2ZKeHITMHBI
pelIaloTCsT Ha 3Ty MPOLIEIYPY MO pa3IMIHbIM TPUIMHAM:
BBICOKAsl CTOMMOCTbD YCJIYT KBaTM(DUIIMPOBAHHBIX CITCIIM -
aJIMCTOB, HEIOCTAaTOYHAsI OCBEJIOMJIEHHOCTh O TIPOIIEIY-
pe abopTa, OTCYTCTBUE YBEPEHHOCTU B KOH(DUACHIINATb-
HOCTH TIPEIOCTaBIISIEMOM YCIIYTH B CIIEIMATN3UPOBAHHBIX
YUPEXKIEHUSIX, TPYAHAs reorpacduieckast IOCTYITHOCTb ISt
CeJIbCKOro MajioobecrneyeHHOro HaceaeHus [41]. B 1994 r.
IMapnamMenToM MHAMM NPUHAT 3aKOH, PerIaMeHTUPYIO-
LU 3aTIpeT CeAeKTUBHOTro abopTa [42] — Bpauu HE MOTYT
COO0O0IIATh POAUTENSIM IT0JI OyIyilero pebeHka, 3a UCKIII0-
YeHUEM CJIydaeB BO3MOXKXHOIO HAJIMYMS Y IJI0JA TeHETH -
yeckoit marojoruu. C 2015 r. peanusyercsi COBMECTHBIN
MpoeKT MMUHUCTEPCTBA 110 [ejIaM KeHIIUH U aeTeid, Mu-
HUCTEPCTBA 3APaBOOXPAHEHUST U 0JIarOCOCTOSIHUSI CEMbU
1 MunucrepctBa oopazoBanust Muoum «The Save the Girl
Child. Educate the Girl Child» («The Beti Bachao, Beti
Padhao»), HanpaB/IeHHbBII Ha IPOTUBOIEHCTBHE CEIEKTUB-
HBIM a00pTaM, IMOBBIILIEHNE YPOBHS IPAMOTHOCTH 3KEHCKO-
r'O HaCeJIEHMSI CTpaHbI U MpeKpalleHre TPeHeOPeXKUTE b~
Horo oTHoleHus K xeHirHaM Muauu [43]. [TpuHsaThIe
MephI MO3BOJIMJIN TTPUOIM3UTBCS K €CTECTBEHHOMY COOT-
HOILIEHUIO MOJIOB IPU POKICHUU TOJIBKO ceifuac.

o 2005 r. B Kutae B cBsI3u ¢ TOoCcyaapCTBEHHOM Je-
Morpaduyeckoil MOJUTUKOMN «OHA CeMbsl — OJUH pede-
HOK», CEMbH, OXMIAIOII1e MOMOJHEHUE, YacTO MpUode-
rajld K «BbIOOpY» peObeHKa MYXCKOTIO I10J1a U3 9KOHOMM-
YECKUX COOOpakKeHUIi, YTO TaKXKe MPUBEJIO K CMEILEHUIO
COOTHOILIEHYSI TIOJIOB TIPU POXKICHUU B CTOPOHY MY>KCKOTO
rmoJjia: crycTs 25 JIeT IocJie Hayajla HOBOM AeMorpadude-
ckoii mporpammbl — 118 manpunkoB Ha 100 neBoyeK BMe-
CTO ecTecTBeHHOTO nokasartess 105 Ha 100 [36, 44]. OtBert-
HOI Mepoii cTajio yTBepKIeHHe 3aKOHa, IpenycMaTpuBa-
OILIETO 3aIpeT OIpeneIeHUs TOJIOBOM MPUHAIEKHOCTU
ioaa 6e3 MeIULIMHCKON HeoOoxonuMocTu [45].

B cdhopmupoBasieMcst maTpuapxajibHOM OOIIECTBE
B fOxHoi1 Kopee, rae TpaiuLiMOHHO YTHIaCh TPEEMCTBEH-
HOCTh ITOKOJIEHUIA, ¢ HaYaJlOM aKTUBHOTO MPUMEHEHUSI
CKPUHUHTOBOI'O YJITPa3ByKOBOTO MCCJIeA0BaHUS Oepe-
MEHHBIX TaKXKe CYIIeCTBOBaJIa IIpobJieMa CeJeKTUBHBIX
abopTOB IO MOJOBOMY Tpu3HaKy. B 1991-1995 rr. coot-
HOIIIEHWE TI0JIOB TIPU POXKACHUM COCTaBJIsLIo 116 Maib-
yrkoB Ha 100 neBouek. [Toatomy B 1987 r. BcTynun B cu-
JIy aHAJIOTMYHBII TokyMeHTaM KuTast win MHauu 3akoH,
3amnpelaonuii CoOoOIeHHe MoJIa IJI0a MallueHTKaM Ipy
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OTCYTCTBUM CBSI3aHHOI C HUM T€HETUYECKOI IMaTOJIOT 1.
OnHaKo CaHKIIMM, perIaMeHTUPOBaHHbIC 3aKOHOM, ObUIN
HEJI0CTaTOYHO CYIIECTBEHHBIMU M TIOJpa3yMeBaJIu JTUIIb
HEOOJIBIIION EHEXKHBIN ITpad, YTo B KOPHE HEe U3MEHU-
JIO CUTYalLIMIO C OOJIBIIMM YMCJIOM CEJIEKTUBHBIX aODOPTOB.
B 1995 r. mpaBuTensCcTBO yTBEpAMIIO OOJIEE CYPOBbIE HaKa-
3aHUsI — TIOPEMHOE 3aKJII0YeHUE CPOKOM JI0 3 JIeT, mrtpad
B pasMepe 250008 CIIA u auiieHrue MeIULIMHCKON JIN-
neH3uu. biaarogapst aTuM momnpaBkam 3a repuon 1996-
2000 rr. yoaasoch CHU3UTh COOTHOLIEHUE MOJIOB MPU PO-
xaennu 1o 108 na 100 [46].

B psine ctpan EBporibl Takke CyLIecTBYIOT HOPMATHB-
HO-TIPaBOBbBIE aKThI, 3allpelialolue CeJeKIIUIOo 1oJIa, Ha-
npumMep, B ['epMaHuy 3ampenieHo coooaTh POAUTEISIM
TOJI TJI0/1a 10 KOoHIIa 12 Heaenum 6epeMeHHOCTH, a TaKxKe
IpY TIPUMEHEHUM BCIIOMOTaTeJIbHBIX PEIPOAYKTUBHBIX
texHonoruit (BPT) B ciyuae, eciiv 3T0 He CBSI3aHO € 3a00-
JIEBaHUSIMU, CLIETUICHHBIMU C TI0JIOM; CEJIEKTUBHBIE a00P-
ThI CTPOTO 3alpelleHbl 3aKoHOM [47]. B ABcTpuu neiicTBy-
10T 60JIee KaTerOpUYHbIE 3aKOHBI, 3aIIPEIaIOIIMe B JIIOOBIX
ciyyasix BeIOOp nosia aMOpuoHa npu BPT [40].

B Poccum cormacHo DemepaibHOMY 3aKOHY
oT 21.11.2011 Ne 323-®3 «O6 ocHOBax OXpaHbI 3M0POBbSI
rpaxaaH B Poccuiickoit denepannn» ycTaHOBIEHO, UTO
«IIPU UCIIOJIb30BaHUY BCIIOMOTaTeNIbHBIX PEITPOIYKTUBHBIX
TEXHOJIOTMI BBIOOD T0J1a Oyayliero pedbeHka He T0oImycKa-
€TCsl, 32 UCKITIOYEHHMEM CJTy4aeB BO3MOXKHOCTHY HacJIeIoBa-
HMS 3a00JIeBaHUI, CBSI3aHHBIX C ITOJIOM», Ha IIpeHaTalb-
HOM 3Tare MHGOPpMHUpPOBaHUE OYIYIIMX POIUTENICH O MO-
JIOBOI NMpUHAIJIEKHOCTH UX pedeHKa He 3arpelieHo [48].

B GoJbIIMHCTBE CTpaH BOIIPOC OIPeaeIeHHs TTOJIOBOIM
MPUHAJIEKHOCTU MPeHaTaIbHO U MH(MOPMUPOBAHUS PO-
IuTesIeil o TeHaepe Oymyliero pedeHka He peryJMpyercs: Ha
rOCYIapCTBEHHOM YPOBHE, YTO MOXET TOBOPUTH 00 OTCYT-
CTBUM €IMHOTO MHEHUSI MUPOBOTO COOOIIIECTBA 110 3TOMY
BOITPOCY C TOYKH 3pEHUST OMOITUKH.

Mepuko-reHeTNYeCKoe KOHCYJIbTUPpOBaHne

ITockonbky pesynbrar HUIIT MmoxeT BIusiTh Ha pelie-
HHE XCHITUHBI O TATbHEHIICH TaKTHKE BEICHNS OepeMeH -
HOCTH, TIepe/l MPOBEACHUEM UCCIEI0BAHNSI HEOOXOAUMBI
MaKCUMaJIbHO MH(GOPMATUBHASI, TOCTYITHAS] M OOBEKTUB-
HasT KOHCYJIbTAIIUs Bpadya-reHeTUKa U IoTydeHue nHpop-
MHPOBAaHHOTO TOOPOBOJbHOTO cornacus. [Ipu onpenerne-
HMU BbICOKOTro pucka XA 1toga 1o pesyiabratam HUIIT
00s13aTeTbHO TIPOBEICHIE ITOCETECTOBOM KOHCYITAIINM.
CaeneHus 00 MCCIEIOBAaHUY TOJKHBI TIPEIOCTABISITHCS
nanueHTaM HeIUPEKTUBHO, T.€. HE3aBUCUMO OT PEJIUTH-
O3HBIX, HAIIMOHAJIIBHBIX U COIAIBHO-UIEOJIOTHUUCCKUX
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B3IJISIIOB Bpavya-KOHCY/IbTaHTa. Takass MOIeIb OOIIEHMS
¢ OepeMeHHOI XEHIIIMHOMI TT03BOJIsIET MAKCUMU3UPOBATh
ABTOHOMMIO €€ BBIOOpA B IPMHSITUU PEIIPOIYKTUBHBIX pe-
meHuit [49]. ITo naHHBIM HE3aBUCUMBIX HMCCIeIOBaHUMA
B Mcnanuu u Hunepiannax ;KeHIIUMHBI, TTOJTYyYUBIIME BbI-
COKUIi pucK cuHapoMa JlayHa y Ij101a 1o pe3yjibTaTaMm
MpeHaTaJbHOIo CKpMHMHTA | TprMecTpa M OTKa3aBIIMe-
Cs1 OT MOATBEPKIAIOIIEH TMarHOCTUKH, YaCTO OCTABaIUCh
HEIOBOJIbHBI KAYECTBOM MEIUKO-TE€HETUYECKOIO KOH-
CYJIbTUPOBAHMS M3-3a OKa3bIBAEMOT0 BpauyaMH JIaBJICHUSI,
JVPEKTUBHOCTU KOHCYJIbTAIIMU, HETTPUHSTUS UX BBIOO-
pa, HETIOJIHOIIEHHOCTH M HEIOCTYITHOCTH MH(MOpMAIIUU
0 BO3MOXHOCTSIX JICYEHUSI U peaduInuTallii, B TOM YHC-
JIe TICUXOJIOTO-TIeIarOrMYecKoii, IeTeil ¢ XpOMOCOMHOM
nartojorueit [50, 51, 52]. HekoTtopble aBTOpbl pEKOMEH -
IYIOT CXeMY IPeHaTaJIbHOI0 CKPUMHUHTIA, COIJIACHO KOTO-
pOIi KOHCYJIbTAllMS 1 B3ATHE OMoMaTepraa JIjIsl KCCIeno-
BaHUs MPOBOIUTCS, B 2 pa3HbIX BU3UTA C 1IEJIbIO JaTh Oe-
PEMEHHOI BpeMsl Ha IIPUHSATHE PELIECHUS O MPOBEACHUU
ucciaenoBaHus [53]. CneLuaaucty HeoOXOAUMO JOCTYTI-
HO OOBSICHUTH CYTh MCCJIEIOBAHMSI, PUCKHM KaKUX 3a00J1e-
BaHUI MOTYT OBITh BBISIBJIEHBI, 1aTh XapaKTePUCTUKY XA,
MX BJIMSIHUSI HA 3I0POBbE U Pa3BUTHE peOeHKA, COOOIIUTh
0 HEOOXOIMMOCTH MPOBEAECHUSI UHBAa3UBHOI TMAarHOCTH -
KU B CJIyJae IOJIOKUTEILHOTO pe3ybTata. Kpome Tsokeno-
rO MOPaJbHOTO BBIOOPA, XXEHIIMHE HEOOXOAMMO OLIEHUTh
COLIMATbHO-2KOHOMUYECKME BO3MOXKXHOCTH CEMbU C TOUKH
3pEeHUST BOBMOXKHOCTH 0becreueHus: peOeHKY ¢ XA BBICO-
KOTro KavyecTBa XXU3HU. B cuTyaruu, Korma Mexy cynpy-
raMy BO3HUKAIOT IIPOTUBOPEYMS B BOIIPOCE MPUHSITHS pe-
LIEHMS O JaJIbHEMIIIeM BeeHU 6EpeMEeHHOCTH, TTOCIe -
Hee CJI0BO JOJIKHO OCTaBaThCs 3a KEHIIMHOMN, TOCKOIbKY
WMEHHO €ii MPEeICTOUT MpPOoLIeAypa MpepbIBaHUsT OepeMeH-
HOCTHU MJIM UMEHHO €il IPUXOIUTCS yXaXkBaTh 3a peOCH-
KOM ¢ XA, ecu OyIeT MpUHSITO pellieHue O MTPOJOHTUPO-
BaHUU OepeMeHHOCTH [54].

OTIeIbHO MOXHO BBIICIUTD MPOOJIEMY IPEePbIBAHUS
o6epemeHHocTH no naHHbIM HUIIT npu BeIsIBAEHUU pU-
CKa MaToJIOTMU, He YIPOXKaIoIlel KU3H! 1 310POBBIO pe-
OcHKa, C LIeJIbIO «I1ePecTPaxoBaThCs» U 00€30MaCUTh CeOsI
OT BO3MOXHBIX Oynymux tpyaHocteit [55]. HUTIT ssns-
€TCSI CKPpMHMHTOBBIM MCCJIEIOBAaHUEM, M1 HA OCHOBAaHUM
HMCKJIIOYUTEILHO €ro pe3yjibTaTa He MOXET IMPUHUMAaTh-
cs pellleHue O JaJbHelIeill TAKTUKE BeIeHUST OepeMeH-
HoCTHU. B ciiydae BBISIBIEHUST BBICOKOTO pUcKa XA MOJIK-
Ha ObITh pekoMeHaoBaHa UTI (HeoOXxoauMo OTMETUTh
PHMCK MpepbIBaHUsI OepeMEHHOCTH ITPY MHBAa3MBHOM BMeE-
matesbcTBe). CTOUT OTMETUTh U BEPOSITHOCTD, KaK M TIPU
JII0O0M METULIMHCKOM UCCIIENOBAHUY, JIOKHOOTPUIIATE b~
HbIX pe3yabTaToB HUTIT B HeOobIIOM MPOLIEHTE CiTyva-
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eB. Kpome toro, noarBepxaeHHblii UTTJI Hu3kuit puck
o pesyabtataM HUIIT He uckitoyaeT BEpOSATHOCTU ca-
MOITPOM3BOJILHOTO ab0OpTa, aHTEHATaIbHOM THOEIN TUIoIA
U TTIOPOKOB Pa3BUTUSI TJI0AA, ACCOLMMPOBAHHBIX C IMAaTOJIO-
rueii, He BoisgBasseMoilt HUIIT (MoHOreHHas1 maroJorus,
TTOJIMTUIOUINS ) UM HECBSI3aHHOM ¢ HACJIeICTBEHHOI IMa-
TOJIOTHEN (BHYTPUYTPOOHBIE MH(EKLIMY, BHYTPUYTPOOHAsI
WY MHTpaHaTaJlbHasl TUITOKCUs T1oaa). Ha KoHcymnbTa-
LIMM CTOMT TaKXKe OOCYIUTh OTPaHUYEHUSI METOIa, B CIyyae
KOTOPBIX MOXKET OBITh ITOJIyYeH HEIOCTOBEPHBIN Pe3yJib-
TaT: HU3KWUI1 ypOBEHb BHEKJIETOYHOM (heTorIaleHTap-
Hoit IHK (paHHuUi1 cpok 6epeMeHHOCTU, BBICOKUI MH-
JIEKC MacChl Tejia OepeMEeHHOI, OHKOJIOIMYecKre 3a00J1e-
BaHUs Y OEpeMEHHOI, Teparysi CTBOJIOBBIMU KJIETKAMH,
repeiMBaHue KPOBU B aHAMHe3e, UMMYHHasI 1 JTydeBast
Tepanus, repecajaka KOCTHOIO MO3Ta U OpraHOB), MO3a-
ULM3M U MHOTOIUIONHAsI 6epeMeHHOCTD (3 u 6oJjee mio-
noB) [56, 57, 58].

ITpu BBISIBIIEHUMY BBICOKOTO PUCKa PEIKUX aHEYILIO-
WU 1 MUKPOCTPYKTYPHBIX XDPOMOCOMHBIX IMCOATaHCOB
Bpay JI0JKeH MPOMH(GOPMUPOBATh MAIUEHTKY O BaXKHO-
cTU MHGOPMAIIMK O HAJTMYMU penkux XA y Ijioaa 1 CBsI-
3aHHBIX C HUMU PUCKaMU, O TICUXOJOTUYECKUX TPYITHO-
CTSIX OT NpeObIBaHUS B HEBEACHUU O€3 MOATBepKAal0-
el TMarHoCTUKKU. BMecTe ¢ TeM HyXXHO IpeaoCTaBUTh
UH(OPMALIUIO O YaCTOTE JIOKHOIOJOXKUTETbHBIX PE3YIb-
TAaTOB B OTHOIIIEHUM AAaHHBIX XA, KIMHUYECKON 3HAYM-
MOCTH HaxXOJIKM U pucke ocioxHeHuit ipu UITJ [49].
Ha ocHoBaHUM 3THX TaHHBIX KEHIMHA JOJDKHA OMpeae-
JIUTh «COOTHOILIEHUE MOJIb3bl U Bpela» OT MHBA3UBHOW MU~
arHOCTUKHU U CAMOCTOSITEIbHO CIe/IaTh B3BEILIEHHBIN BbI-
6op 0 HEOOXOAMMOCTH MPOLIEaYpPHI [6, 7, 8].

B Hacrositiiee BpeMsl CyIIeCTBYET NeMUIUT Bpadeii-re-
HETUKOB, B CBSI3M C YeM IIPEATECTOBOE KOHCYJIbTHPOBaHUE
B IIpEHATaJIbHOI TUAarHOCTUKE YacTO IPOBOIUTCSI Bpavya-
MM-aKyllepaMu-ruHekojoramu. Ho Takoii momxom Moxer
OBITH IPUMEHUM TOJIBKO B CJIydae MOJIydyeHUs] UMU COOT-
BETCTBYIOIIEH TTPO(eCCUOHATBHON IMOATOTOBKH, ISl Ye-
ro HEOOXOAMMO YTBEPXKICHUE PETIAMEHTOB U aJITOPUTMOB
IPOBEACHUS TTOAOOHBIX KOHCYJIBTALIMI HA YPOBHE MEX-
JIYHAPOJIHBIX NTPOMECCUOHATBHBIX COOOIIECTB MEIMIIM -
HBI TUIO/IA I TEHETUKU.

IlIupokoe pacrpocTpaHeHNe, aKTUBHOE MapKETUHIO-
Boe npoasuxkeHre HUIIT u reHeTMUeCKUX UCCIeT0BAaHUM
B 1IEJIOM, CHIDKEHME CTOMMOCTH TECTOB MJIU MX KOMITEHCA-
LIMSI 33 CYET OIoKeTa TOCyIapcTBa, 10 MHEHUIO CIlelra-
JINCTOB, MOTYT OBITh KICTOYHUKOM €I111¢ OJHOW 3TUIECKOM
npobsneMbl — «pymunuzayuu» HUTIT, KoTopast MOXeT Ipu-
BOIUTh K CHUXKEHUIO KauyeCTBa MEIUKO-TEHETUIECKOTO
KOHCYJIbTUPOBaHMSI.
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Cam 1o cebe pocT yKcia UcciaefoBaHUl He SIBIsSIeT-
csl MpoOJIeMOii, 0OJHAKO BBUIY OOJBIIOrO MOTOKA Mallu-
€HTOK BPaYu MOTYT OTHOCUTBCS K UCCIIEIOBAHUIO C MEHb-
el OTBETCTBEHHOCTbIO, HE TIPEI0CTaBIsIsI MH(MOPMAIIUIO
00 rccleI0BaHUM B IOJKHOM 00beMe, TIpeHeOperast 1mo-
JlydeHrueM MH(GOPMUPOBAHHOTO TOOPOBOJIBHOIO COIJIa-
cusi. Takoe OTHOIIIEHUE CHUXKAET OCO3HAHHOCTh aBTO-
HOMHOTI'O PEepOIYKTUBHOIO BbIOOpaA IO MIPUYMHE 3apa-
Hee yCTaHaBJIMBAEMOTO BPauyoOM aJIrOpUTMa OeiCTBUIA
6e3 TpopabOTKM BCeX ajlbTepHATUBHBIX BAPMAHTOB, UC-
X0/ u3 Toro uian uHoro pesyabrata HUIIT. Kpome To-
ro, B paMKax IT0JI0OHOTI0 poja KOHCYJIbTAlIMiA KeHIIIMHA
He BCeraa B COCTOSIHUM MOHSTh, YTO OHAa UMEET IPaBo
0TKa3aThCsl OT JI000T0 MEIUIIMHCKOTO BMeIIaTeJIbCTBa.
ITpunsitue pemenust o nposeaeHuu HUIIT pomkHO cooT-
BETCTBOBATh ABYM KPUTEPUSIM — OCO3HAHHOCTH U 100PO-
BosibHOCTM [59]. B Hunepnannax, rne HUIIT sBnsercs
TECTOM IIePBOIA JIMHUM, TIPOBEIEHO KCClieoBaHue B (hop-
M€ aHKeTMPOBaHUS [IJIsI OLIEHKU YPOBHSI MH(MOPMUpPOBa-
HUs 6epEMEHHBIX XKEHILWH MPY MPOBEAEHUN KOHCYJIbTa-
1y B I TpuMecTpe o najabHeuIlneM aropuTMe CKpUHUH-
ra BHe 3aBUCMMOCTH OT I'PYNIIbI pucka. 75,3% XeHIIWH
10 pe3yJbTaTaM MCCJIeT0BaHNsI ObUIU MOJHOLIEHHO ITPO-
MHGOPMUPOBAHBI U JIeJIaJIM BEIOOD B IOJIB3Y ITPOXOXK-
nenust HUTIT oco3HanHo. Takxke B aHKEThI ObLT BKJIIO-
YeH BOIIPOC 00 OKa3bIBaeMOM Ha GEpeMEeHHBIX HdaBJie-
HUU CO CTOPOHBI 0011IeCTBA U MEAULIMHCKUX PAOOTHUKOB.
ITo naHHBIM ompoca OoJbllIasl YacTh Aejajia BHIoop 100po-
BOJIBHO, HO Ha 15% >XEHIIIMH 13 TPYIIIbl OTKA3aBIIUXCS
OT MCCJIeOBaHMUSI OKa3bIBaJIOCh ABJIEHUE B MOJIb3Y CO-
rmacus Ha tect [60].

Xots obwenoctynHoct HUIIT sBasieTcst mokasare-
JIEeM IMHAMUYEeCKOTO COBEPIICHCTBOBAHMS B 00JIaCTSIX Ha-
VKM, BHICOKOTEXHOJIOTUYECKOTO IIPOU3BOJACTBA U OPraHU-
3allMU 3IpaBOOXPaHEHNsI, B TEKYIIINX YCIOBUSIX AeULInTa
KaJpoB HEOOXOAMMO CO3/1aBaTh U MOANEPKUBATH CPEY,
B KOTOPOI (PyHKIIMOHUPYET TOCTATOYHOE KOJIUYECTBO
CIIELUATMCTOB, CIOCOOHBIX OCYLIECTBIISATH KAYeCTBEHHYIO
MH(OPMaIMOHHO-KOHCY/IbTATUBHYIO TIOIACPKKY TaIl-
eHTOB [61]. 3HAYMMOCTh Ka4eCTBEHHOM TIpel- 1 MocJe-
TECTOBOM KOHCYJIBTALIMU HEJIb3s1 HEMOOIEHUBATh: ITPeI0-
CTaBJICHUE MallMEeHTKe ITOJTHOTO 00beMa CBeIeHU I 00 1c-
CJIeIOBAaHUM, BADMAHTOB BO3MOXKHOTO pe3yJibTaTa v IyTeit
JaJbHEUIIIeTO BeleHUsI 0epeMEHHOCTH SIBJISIETCS KJTIO-
YOM K OCO3HAHHOMY M aBTOHOMHOMY PEIPOIYyKTHUBHO-
MY BbIOODY.

TakuM 006pa3oM, MEIMKO-TeHETUIECKOe KOHCYJIBTH-
pOBaHUe SIBJISIETCS] BaKHOM 4acThiO MPEHATAIbHOM a1a-
THOCTUKHU ¢ ucnonbzoBanuem HUIIT u npu HeHamiexa-
IEM Ka4eCTBE MOXET CTaBUTh PsIIl ITUUECKUX BOIIPOCOB

Medical genetics 2023. Vol. 22. Issue 11

KaK K CaMOMY TECTUPOBAHUIO, TaK U K TIPEHATAJIbHOM O -
ArHOCTUKE B LICJIOM.

3ak/ouyeHne

Ol1IeHKa CYIIECTBYIOIINX B HACTOSIIEE BpeMsI STHUC-
CKUX IIpo0JieM, cBsi3aHHBIX ¢ BKiItoyeHruemM HUIIT B anro-
PUTM IIpeHATAIFHOTO CKPMHUHTA, SIBJISIETCS] BAXKHBIM 3Ta-
TIOM B COBEPIIICHCTBOBAHUY MIPEHATAIBHOMN TUArHOCTUKMU.
Bricokast 9yBCTBUTEIbHOCTD U criennduunocts HUTIT,
OTHOCUTEJIbHAS IIPOCTOTA U TTOBBIIIICHUE JOCTYITHOCTH MC-
CJICIIOBAHUSI CITOCOOCTBYIOT €T0 TOIYJISIPU3aIU, B CBSI3U
C YeM K OOCYXICHMIO 1 PEIICHUIO BO3SHUKAIOIINX STUYC-
CKMX MTpo6JIeM HEOOXOIMMO TTPUBJIEKATh BCE 3aMHTEPECO-
BaHHBIC CTOPOHBI TSI MEXKIVCIIUTIIMHAPHOTO KAaYeCTBEH-
Horo nonxona. Mi3yyeHue mo3uiinii, MOTUBOB 1 TOYEK 3pe-
HUS caMMX OepeMEHHBIX XKEHIIMH, a TAKKE METUITMHCKIX
pabOTHUKOB U CMICIIUAIUCTOB APYTUX MPotheccuil, B yacT-
HOCTH I0OPHCTOB, ITO3BOJIMT C(POPMHUPOBATH ONTUMATBHBINA
noaxon K nnpumeHenuo HUIIT u co3math Gaaronpust-
HYIO Cpey 1J1sl aBTOHOMHBIX PENPOAYKTUBHBIX PEILIEHUI.
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