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JAVYUYIUIHE HHTE/UVIEKTYAJIBHBIE HCCIE/JOBAHUA

COBPEMEHHBIE METO/bI IPEHATAJIbBHOM TUATHOCTHUKHU U UX
POJIb B BBISIBJEHUU TEHETUUYECKUX 3ABOJIEBAHUM

Anuoekosa Jlaiino Paxmonosa

Yponooeea O300axon Kamoauoounoena

Maxmyoosa Xypuwuoaoony Daxpuoournosna

Tawkenmckuil 20¢y0apcmeentblil MeOUYUHCKUL YHUBEPCUMEN

(Tawxenm)

Annoranus. [IpeHaranpHas AMArHOCTUKA MPENICTaBIIAET COOOM BaKkHEMIIee
HaIlpaBJICHUE COBPEMEHHOW MEJIMIIMHBI, HAIPAaBICHHOE HA PAHHEE BBISIBICHUE
BPOXKIAEHHBIX U T€HETUYECKUX MATOJIOTUH TUIoJIa enié Ha dTane BHYTPUYTPOOHOTO
pazBuTHs. B mocnenHue necAatusieTuss Onarogaps CTPEMUTEIBHOMY Pa3BUTHUIO
MOJICKYJIIpHON OWOJIOTMH, TEHETMKA ¢ MEIUIMHCKUX TEXHOJOTUM ObUIU
pa3paboTaHbl BHICOKOTOYHBIE METObl IMATHOCTUKHU, TO3BOJISIONINE 3HAYUTEIHHO
MOBBICUTh A(P(EKTUBHOCTh CKPUHUHTA M CHHU3UTHh PHUCK POXKICHUSA JeTed C
TSOKENIBIMUA HACTIEICTBEHHBIMU 3a00ieBaHuAMU. K 4ncily TaKuX METOJ0B OTHOCSTCS
KaK HEMHBa3WBHBIC (YJIBTPA3BYKOBOE HCCJIEIOBAHHE, OMOXUMUYECKUM CKPUHUHT,
HEWHBAa3WBHOE MpeHaranbHoe TectupoBaHue — NIPT), Tak ¥ HHBa3UBHbBIC
Mpoueayphbl (AMHUOIIEHTE3, OMOIICHS XOPUOHA, KOPJOLEHTE3), KK aasi U3 KOTOPhIX
MMEET CBOM IOKA3aHUs, TPEUMYIIECTBA U OTpaHUYEHUsA. AKTYyalbHOCTb JAHHOMW
TeMbl OO0YCJIOBJIEGHA POCTOM YacCTOThl XPOMOCOMHBIX aHOMAJUM, yBEIUYECHUEM
BO3pacTa MEPBOPOMASAIIUX KEHIIWH, a TaKkKe HEOOXOIUMOCTBIO CBOEBPEMEHHOMU
JMATHOCTUKH TATOJIOTUM, CTIOCOOHBIX CYIIIECTBEHHO MOBJHUATH Ha KAYECTBO KH3HU
Oynymero pe6énka. CoBpeMEHHbIE METOJbI TIO3BOJIIOT BBIABIATH TaKUE
3aboneBanus, Kak cuHapoM JlayHa, cuaapom DaBapica, cuaapoM [laray u npyrue
F€HETUYECKUE HapYIICHHWs C BBICOKOM CTENMEHBIO TOCTOBEpHOCTH. I[Ipu sTOM

Ba’XHBIM aCIICKTOM ABJISICTCA HE TOJIBKO TOYHOCTHh J1MAarHOCTUKH, HO U 0e301acHOCTD
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IIPUMEHSEMBIX METONOB JUId MAarepu U Iuiofa. Lleabro AaHHOIrO HCCIIeIOBAHUS
ABJISICTCA  KOMIUIEKCHBIM  aHAJIU3 COBPEMEHHBIX METOIOB  IPEHATAIBHOU
JUarHOCTUKH, OLIEHKA UX 3P (PEKTUBHOCTH, UyBCTBUTEIBHOCTH U CIIEUU(UIHOCTH, a
TaKKe OMpeIesICHUE UX PO B pAaHHEM BBISIBJICHUU T€HETUYECKUX 3a00seBanmil. B
paboTe paccMaTpUBAIOTCS KaK TPaJWIMOHHBIC, TAK U WHHOBAIMOHHBIE MOJIXOIBI,
BKJIKOYasl MOJIEKYJIIPHO-T€HETUYECKUE TEXHOJIOTMH, 4YTO II03BOJISIET IIOJIyYUTh
LIEJIOCTHOE IIPEACTABICHHE O BO3MOXKHOCTAX COBPEMEHHOM IIPEHATAJIbHOU

MCOHUIIUHBI.

KuroueBble ci10Ba. mpeHaTaabHas AMAarHOCTUKA, TEHETUUECKUE 3a00JIeBaHus,
XPOMOCOMHBIC aHOMAJIUH, YIBTPa3ByKOBOE UCCIICIOBAHUE, aMHUOIICHTE3, OMOTICHUS

xopuoHa, NIPT, ckpuHUHT, MOJIeKyJIsipHasi TeHETUKA, BHYTPUYTPOOHOE pa3BUTHE

BBenenne. [IpeHaranbHas AMArHOCTHKA 3aHUMAET IEHTPAJIbHOE MECTO B
CHUCTEME OXpaHbl MaTEpPUHCTBA U JETCTBA, SIBJISACH BAXXHBIM HWHCTPYMEHTOM
MpOQPIIAKTUKA BPOXKJIEHHBIX aHOMAJIUN M HACIEJCTBEHHBIX 3aboneBanuil. C
pPa3BUTHEM MEAUIIMHCKONW HAyKW CTaj0 BO3MOXKHBIM HE TOJIbKO HAOII0JaTh 3a
T€UEHHEM OEPEMEHHOCTH, HO U AKTUBHO BBISIBJISITH MATOJIOTUUECKHUE U3MEHEHUS Ha
paHHUX OJTanax ¢GOPMHUPOBAHUA IUI0JIa. JTO, B CBOI OuYepedb, IO3BOJISET
CBOEBPEMEHHO MPUHUMATh KIMHUYECKUE PEIICHUsI, HANIPABJICHHbIC HA CHIDKCHUE

HepHHaTaHBHOﬁ 3a00J1€Ba€MOCTH 1 CMCPTHOCTH.

[Io panHpiIM BcemMupHOM oOpraHuszanuy 3ApaBOOXPAHEHHUs, BPOKIEHHBIC
AHOMAJIMU SIBJISIIOTCS OJHOM M3 BEAYIIMX NPUYMH JETCKOW CMEPTHOCTH B MHPpE.
3HayuTeNbHaAs YacTh 3TUX MATOJIOTUH OOYCJIOBJIEHA F€HETHUYECKUMHU (PaKTOpaMH,
BKJIIOYAsl YMCIIEHHBIE W CTPYKTYpPHBIE XpPOMOCOMHBIE HapyuieHusi. HawuOonee
pacrpoCTpaHEHHBIMUA U3 HUX SBIIOTCA TPUCOMHUH, TaKHE€ Kak CUHIpoM JlayHa
(Tpucomus 21), cunapom Iasapaca (tpucomust 18) u cunapom Ilatay (Tpucomus
13). Puck BOBHUKHOBEHUS JAHHBIX AHOMAJIUM YBEJIMYUBAETCA C BO3PACTOM MATEPH,

qTO ACIacT HpeHaTaﬂbHBIﬁ CKPHUHHHI 0COOEHHO AKTyaJIbHBIM B YCJIOBHAX
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COBpeMeHHOU jaemorpadpuyeckoil cutyanuu. CoBpeMeHHas IpeHaTalbHas
JTUATHOCTUKA BKIIIOYAET IMUPOKUN CIIEKTP METOJOB, KOTOPBIC YCIOBHO MOKHO
pa3lieIuTh Ha JIBE OCHOBHBIE TPYIIbl: HEUMHBA3MBHbIE U HMHBA3UBHBIC.
HevHBa3zuBHBIE METOIBI, TaKWe KaK YJIbTPA3BYKOBOE HCCIEIOBaHUE U
OMOXUMUYECKUIA CKPUHUHT, SBISIFOTCS O€30MacHBIMH W IIMHPOKO MPUMEHSIOTCS B
PYTUHHOW TpakThke. B TO ke BpeMsi OHU HMMEIOT OTPaHUYCHHYIO TOYHOCTh U
TpeOYIOT TOATBEPKICHHUS C TIOMOIIBI0 Ooyiee MH(POPMATUBHBIX HHBA3HBHBIX
npouenyp. MHBa3MBHBIE METOJIbI, BKJIIOYAasi aMHUOIEHTE3 M OUOINCHIO XOPHOHA,
MO3BOJISIIOT TMOJIYYUTh TEHETHYECKUH MaTepuall IIo/a JUIsi TOYHOTO aHalIu3a,

OAHAKO CBA3aHBI C OHpGI[eJ'IéHHI)IM PUCKOM OCJIOKHEHUM.

Ocoboe MecTo B COBPEMEHHOW JIMArHOCTUKE 3aHUMAEeT HEWMHBA3WBHOE
npenaranbHoe TectupoBanue (NIPT), ocHoBanHOe Ha aHamm3e CBOOOIHOMU
¢deranpuoit  JIHK, nupkynupyromeit B kpoBu wmatepu. JlaHHBIN MeTOx
XapaKTEPHU3yeTCs] BEICOKOW YYBCTBUTEIBHOCTHIO M CIENU(PUIHOCTHIO, YTO JIeaeT
€ro OJJHUM 13 HanboJiee IEPCIEKTUBHBIX HAIIpaBJIeHUH B JaHHOU o0nacTu. OHaKo,
HECMOTpPS Ha 3HAUUTENbHBIE IOCTUKEHHUS], HU OJJUH U3 CYLIECTBYIOIINX METOJIOB HE
SBIISICTCST a0CONFOTHO YHUBEPCAIbHBIM, YTO OOYCIaBIMBACT HEOOXOIUMOCTH HX
KOMILJIEKCHOTO TpUMEHEHHUs. TakuMm 00pa3oM, M3yuyeHHE COBPEMEHHBIX METOJ/IOB
MPEHATaJbHOW JUArHOCTUKHU, UX BO3MOKHOCTEH W OTPAHWUYEHUN MPEIACTABISCT
coOOl BaXXHYI) Hay4yHyIl0 M TMPaKTUYECKYIO 3ajJady, HamnpaBiICHHYIO Ha
COBEPIIIEHCTBOBAHUE CUCTEMbI PAHHETO BBISIBIICHUS T€HETHYECKUX 3a00JI€BaHUN U

YIIy4IlI€HUE UCXO0JI0B OEPEMEHHOCTH.

Llenp wuccnenoBanus. llenplo HaAcTOSIIErO  HCCIEAOBAHUS — SIBISIETCS
BCECTOPOHHEE H3YUYEHHE COBPEMEHHBIX METOJOB IMPEHATAJILHOW IUArHOCTUKHU W
ompesereHre UX POJM B PAaHHEM BBISIBJICHUM T€HETHYECKUX 3a00JICBaHHM TUIOJA.
JIns MOCTKEHUSI TIOCTABJICHHOW 1€MW TMPEANoJiaraeTcsl pelieHue CIeayroInx

3aJlad: TPOBCACHUC aHaJIn3a CYIICCTBYIOIIMX HCHUHBA3UBHBIX W HWHBA3HMBHbIX
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METOJIOB JHUArHOCTUKHU, OIIEHKA WX JHAarHOCTUYECKOM IIEHHOCTH, BKIIIOYas
YyBCTBUTEIHHOCTD, CHCIU(PUIHOCTh U MPOTHOCTUYCCKYIO 3HAUYMMOCTH; M3YUCHUE
BO3MOXKHOCTEH  MOJICKYJIAPHO-TCHETUYECKHUX  TEXHOJOTHMM B  BBISBJICHUHU
XPOMOCOMHBIX aHOMAJIM; a TaKK€ CpPaBHUTEJIbHASI XapaKTEPUCTHKA Pa3IUYHBIX

METOJIOB C TOUKH 3peHUs UX 3()PEKTUBHOCTU U OE30MACHOCTH.

Oco0oe BHUMaHUE YAENSETCS aHaJIN3y COBPEMEHHBIX MOAXOA0B, TAKHX Kak
HEHMHBA3UBHOE NPEHATAIBHOE TECTUPOBAHUE, KOTOPOE B IOCIEAHUE TOAbl AKTUBHO
BHEIPSACTCS B  KIMHUYECKYIO IPAKTUKY M JAEMOHCTPUPYET  BBICOKYIO
AMArHOCTUYECKYI0 TOYHOCTh. Takxke paccMarpuBarioTcs (aKTOpbI, BIUSIONIME Ha
BbIOOP TUArHOCTHUUECKON TAKTHKH, BKIIOYAsi CPOK OEPEMEHHOCTH, BO3pacT MaTepH,
Hajguuue (PakToOpoB pUCKA U KIMHMYECKHE MOKa3zaHus. B paMkax ucciieqoBaHUs
npeanojaraercss 0000IIEHHE COBPEMEHHBIX HAYYHBIX JIAHHBIX, YTO IO3BOJUT
c(OopMHUPOBATH LIEJOCTHOE MPEACTABIECHUE O POJIM MPEHATAIbHOW JTUArHOCTHKHU B
cucTeMe MPO(UIAKTUKNA TeHETUIECKUX 3a00JIEBaHUN M OMPEICIUTh MEePCIEKTUBbI

€€ JalbHENIIEro pa3BUTHS.

MartepuaJbl 1 MeTOBI. B paMkax HacTOsIEro uccieqoBaHus ObLT TPOBEAEH
KOMIUIEKCHBI aHAJIU3 COBPEMEHHBIX METONOB IPEHATAJIBHOW JUArHOCTUKH,
OCHOBAHHBIA HAa M3YYEHHHM KIMHUYECKUX IMPOTOKOJIOB, HAYUHBIX MYyOJIMKaLUA U
JTAHHBIX JOKa3aTeJIbHOM MeNUIUHEI. lccienoBaHWEe HOCUT aHAJIUTUYECKUUA U
CPaBHUTEINIbHBIM XapakTep, 4TO IO3BOJUIO CHUCTEMATU3UPOBATH CYILECTBYIOLIME
AMArHOCTUYECKUE TOIXOABl M OICHUTh UX A((EKTUBHOCTh TMPHU BBISIBICHUU
reHeTUYECKUX 3aboJjieBaHUM IUI0a. MarepuanamMu HCCIEAOBaHUSA TMOCTYXWIN
JAQHHBIE O INPUMEHEHUM HEHWHBA3WBHBIX W WHBA3MBHBIX METONOB IPEHATAIBHOU
IUarHOCTUKHM, BKJIIOYas  YJIbTPAa3BYKOBOE HCCIENOBAaHUE, OMOXMMHYECKUN
CKPUHHMHI, HEWHBa3MBHOE MpeHaraibHoe TectupoBanue (NIPT), amHuouenres,

OMOICHIO XOpHUOHA M KOPAOLIEHTE3. AHAIU3 TMPOBOJIMIICS C YYETOM TaKUX
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HOK&S&TCHCﬁ, KaKk 4yYBCTBHUTCIIbHOCTD, CHCHI/I(I)I/I‘IHOCTI), IIPOTHOCTHYCCKAsA

ICHHOCTD, a TAKIKC YPOBCHBb PUCKA OCJIOKHCHUM.

HeunBasuBHble  METOAbl  JAMATHOCTUKHM  BKJIIOYAJIW  YJIBTPa3BYKOBOE
uccinenonanue (Y3U), koTopoe MpOBOAUTCA B pa3INYHbIE CPOKH OEPEMEHHOCTH U
MIO3BOJISIET BBIABJIATH MapKepbl XPOMOCOMHBIX AHOMAJIMH, TaKUE KaK yBEIMUYEHUE
TOJIIIMHBl BOPOTHUKOBOTO MPOCTPAHCTBA, OTCYTCTBHUE HOCOBOM KOCTH, aHOMAaJIHH
pa3BUTUsl BHYTPEHHHMX OpraHoB. BHOXMMHMYECKHN CKPUHHUHI OCHOBBIBA€TCS Ha
OIIpe/IeICHUN KOHLEHTPALUH CTIeHn(UIECKUX MAPKEPOB B KPOBU MAaTEPH, BKIIIOUAs
XOPUOHUYECKUH TOHanoTponuH uenoBeka (XI'YH), mnasmennsiii nporend A (PAPP-
A), anbda-peronporenn (ADIT) u cBoOoaHBIN 3cTpuoi. [lomydyeHHble HaHHBIC
00pabaThIBAIOTCS C MCIOJIB30BAHMEM MAaTEMaTHYECKHX MOJIEIeH, YTO MO3BOJISAET

OLCHUTD I/IH,ZIHBHI[yaJII)HI-Jf/'I PUCK HAJIUYIHNA TCHCTHUICCKHUX aHOMaJIUH.

Ocoboe  BHMUMaHHM€  YACISUIOCHh ~ HEMHBA3MBHOMY  MPEHATaIbLHOMY
tectupoBanuio (NIPT), ocHoBanHOMYy Ha aHanuze cBOOOjHON (etanbHOU IHK,
MUPKYJUPYIOMIEH B IIIa3Me KpOBH OEpeMEHHON >KEHIIWHBI. JlaHHBIH MeTon
BBITIOJHSAETCSI € MCIIOJIb30BAHUEM  BBICOKOTEXHOJIOTUYHBIX  MOJIEKYJISIPHO-
TeHETHYECKUX METOJIOB, BKIItOUasi CeKBEHUpOoBaHUe HOBOTro mokojeHust (NGS), uto
o0OecreynBaeT BBICOKYI0 TOYHOCTh BbISIBIEHMS Tpucomuit 21, 18 wu 13.
UyBCTBUTEIBHOCTH METOIA TOCTUTAET OoJiee 99% st cunapoma JlayHa, 4To aesnaet
€ro OJHUM W3 HamboJee HaAEKHBIX CKPUHUHTOBBIX MHCTPYMEHTOB. VIHBa3UBHbBIC
METO/IbI TUATHOCTHUKH BKJIFOUAJIM aMHHUOLICHTE3, OMOTICUIO XOPUOHA U KOP/AOLICHTES.
AMHHOIIEHTE3 MPOBOJIMUTCS, KaK MPaBuiIo, Ha cpoke 15—20 Hemens OepeMEeHHOCTH U
mpeamnojaraer  3a00p  aMHUOTHYECKOW  JKHJAKOCTH € TOCJIEAYIOIIUM
IIUTOTEHETUYECKUM aHaJIU30M KJIETOK IUIoJa. buorcusi XxoproHa BBIMOJHSIETCS Ha
6onee pananx cpokax (10—13 Hemens) ¥ MO3BOJSIET MOTYYNUTh BOPCUHBI XOPUOHA
JUIsS aHanv3a Kapuotuna. KopaoueHTes, Wid MyHKUIUs MyHOBUHBI, TPUMEHSIETCS

PEKE N UCITOJIB3YCTCA MPCUMYIICCTBCHHO B CJIOKHBIX JUAHOCTHYCCKUX ClIy4dasX.
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JUiss  aHanu3a  TEHETMYECKOro  Marepuaia  HOPUMEHSJIMCh  METOMbI
KapuoTUnupoBanus, (uayopecrentnoil rudpuamzanuu in situ (FISH), a taioke
nosmMepaszHoi nennoi peakuuu (I1LP). B mocneanue roast Bc€ Oosee mupokoe
pacnpocTpaHEHUE MOJIyYar0T METO/Abl MOJEKYJISIPHOTO KapUOTUIIMPOBAHUS, TaKHUE
Kak cpaBHUTENbHasi reHoMmHasi rubpuauzanus (aCGH), no3Bosisitonye BBISBISATH
MUKpPOJIENEIMA U MUKpPOAYIUIMKAMKU. TakuMm oOpa3oM, MeTojoJjiorndyeckas Oasza
WCCJIEIOBAHMS BKJIIOYAET IIMPOKHA CHEKTP JUArHOCTUYECKHX IOAXOJO0B, YTO
MO3BOJIIET OOBEKTUBHO OLEHUTh MX BO3MOXXHOCTH M OIPAaHUYEHUS B KOHTEKCTE

COBPEMEHHOW MPEHATAIIBHON MEIUIIUHBL.

PesyabTaTrhl ucciaenoBanusi. B xozne mnpoBeaCHHOro aHanmsa ObLIO
YCTAHOBJIEHO, YTO COBPEMEHHBIE  METOJbl  MPEHATAIbHOW  JMATHOCTHKHU
CYLIECTBEHHO pa3JIMyaloTcs IO CBOEM JAMarHocTU4ecKod 3(PeKTUBHOCTH,
Oe3omacHocTM U oOjacTu mnpuMeHeHHs. HenHBa3uBHBIE METOIBI, TaKue Kak
YIbTPAa3ByKOBOE HCCIEJOBAaHUE M OMOXMMHYECKHI CKPHUHMHI, SBJISIOTCA
JOCTYNHBIMU W 0€30IacHBIMH, OJIHAKO HX YYyBCTBUTEIBHOCTh OTpPaHUYECHA,
OCOOEHHO IPH BBISIBJICHUM CIIOKHBIX T€HETUUYECKUX HApPYIIEHUH. YIIbTpa3ByKOBOE
MCCJIEIOBAHUE MO3BOJIET BBISBIATH CTPYKTYpPHBIE aHOMAJIMU IO/, OJHAKO HE
BCerga JaéT BO3MOYKHOCTh TOYHO JIMAarHOCTHPOBATH XPOMOCOMHBIE HapyILIEHUS.
broxuMuyeckuii CKpUHUHT, B CBOIO OuY€pelb, MO3BOJISET OLEHUTh PUCK HAIUYUS

IIaTOJIOTNH, HO HEC ABJLICTCA OKOHYATCIBHBIM AMArHOCTHYCCKUM MCTOAOM.

Haunbonee BBICOKYIO IMAarHOCTUYECKYIO TOYHOCTh CpEIM HEMHBAa3HUBHBIX
METOJOB MPOAEMOHCTPUPOBATIO HEWHBA3UBHOE IIPEHATAIILHOE TECTUPOBAHUE
(NIPT). Ero 4yBCTBUTENBHOCTH IPH BBISIBICHUM CHHApoma JlayHa mnpeBbIIIAET
99%, a cnenuUYHOCTh TaKKEe HAXOAMUTCS HAa BHICOKOM ypoBHE. IIpu 3ToM meTon
XapaKTEPU3yeTCs] MUHUMAIBHBIM PUCKOM ISl MaTEpPH M IUIOAA, YTO JIETAET €ro

MMPCANMOYTUTCIIbHBIM Ha 3TAIIC IICPBUYIHOIO0 CKPUHHUHTA.
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NHBa3uBHbIE METOABl JUATHOCTHKHA OCTAIOTCS «30JOTHIM CTaHJIapTOM
MOATBEP)KICHUS TCHETUYECKNX aHOMAIMWA. AMHHUOIICHTE3 W OHWOICHS XOpHOHA
obecnieunBaroT npaktTudecku 100% TOYHOCTH TUArHOCTUKH, MTOCKOJBbKY OCHOBAHBI
Ha IPSIMOM aHaJIu3€ T€HETUYECKoro marepuana mioaa. OIHAKO JaHHBIE METOIbI
CBSI3aHBbl C PUCKOM OCJOXKHEHUM, BKIIIOYAsh BBIKUJIBIII, BEPOATHOCTh KOTOPOTO

coctasiiset B cpeanem ot 0,1% mo 0,5%.

Taxxke OBLUIO BBIIBICHO, YTO KOMOWHHUPOBAHHBIM TMOJXOJ, BKIFOYAIOIIHMA
HCIIOJB30BAaHNE KaK HEWHBA3WBHBIX, TaK W HWHBA3WBHBIX METOJOB, IIO3BOJISICT
3HAYUTEIHHO TOBBICUTh 3(P(HEKTUBHOCTh IUATHOCTHKHA M CHHU3UTH KOJIHYECTBO

JIOKHOITOJIOKUTCIIBbHBIX W JIOJKHOOTPHULATCIIBHBIX PE3YJILTATOB.

Oo0cyxaenue. [lomydyeHHbIE pe3ynbTaThl MOATBEPKIAOT, YTO COBPEMEHHAS
MpeHaTalbHas JMArHOCTUKA MPEACTABISET COOO0M NMHAMHYHO Pa3BUBAIOLIYIOCS
00JIacTh MEIUIIMHBI, B KOTOPOW AaKTUBHO BHEIPSIOTCS WHHOBAIMOHHBIC
TexHojorud. OJIHUM W3 KIIOYEBBIX HAIMPABICHUN SBIAETCS MEPEXOJ] OT
WHBAa3UBHBIX METOJIOB K 0oJiee 0€30MacHbIM HEMHBA3UBHBIM MOX0/IaM, TAKUM Kak
NIPT. Hecmotpss Ha BbICOKYI0 TOuHOCTH NIPT, nmanHbeiii MeTon ocTaércs
CKPUHUHTOBBIM U TPeOYeT MOATBEPKICHNUSI MHBA3UBHBIMU IPOIIEIypaMH B Cilydae
MOJIOKHUTEBHOTO PE3yJIbTaTa. ITO OOYCIOBJICHO TEM, YTO B PEIKHX CIIydasx
BO3MOKHBI JIOKHOTIOJIOKUTEIIbHBIE PE3YJIbTaThl, CBSI3aHHBIE C OCOOCHHOCTSIMU
mnanentapuor JIHK. MHBa3uBHbIE METOIbI, HECMOTPSI HA PHUCK OCIOXHEHUU,
COXpaHSIIOT CBOE 3HaueHUe OJsiarogapsi BHICOKOW AMArHOCTHUYECKON TOYHOCTH. Ux
IIPUMEHECHUE ONPABJIAHO MPU HAIIMYHMHU BBICOKOTO PUCKA T€HETUYECKUX aHOMAJIUH,

BBIABJICHHOI'O HA 3TAIllC CKpUHHHIA.

BakHbIM acleKTOM SIBJISIETCS TAaKXE€ OSTHUYECKass CTOpOHA IpEHaTallbHOU
nuarHoctuki. [lonyuenue nndopmanuu o reHETUYECKOM COCTOSTHUY TIJ10/J]a CTaBUT
nepea POOUTENSIMU CIIOKHBIE BOIPOCHI, CBSI3AHHBIE C MPUHSATHEM pELIEHUH O

JTanbHEHIIeM BeAeHUM OEpeMEeHHOCTH. B 3Toil CBsS3M 0COOYI0 pOJb HWIrpaeT
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TEeHETUYECKOE KOHCYJIbTUPOBAHUE, MO3BOJISIOLIEE 00eCIeYnTh HH(POPMUPOBAHHOE
¥ B3BEIIEHHOE pelieHue. TakuMm 00pa3oM, ONTHMAIbHOM CTpaTerueil sBisercs
VH/IMBU1yJIM3UPOBAHHBIN MOJIX0J K KaXI0M OEpeMEHHOCTH C YUETOM (PaKTOpOB
PHUCKa, YTO TO3BOJIAET MAKCUMAIbHO 3(PPEKTUBHO HCIOJB30BATH BO3MOXKHOCTH

COBPEMEHHOW TUArHOCTHUKHU.

3akiouenue. COBpeMEHHBIE METO/bl NMPEHATAIILHON JUArHOCTUKH HUIPAOT
KJIIOYEBYIO POJIb B PAHHEM BBISIBJICHUU T€HETUYECKUX 3a00JIEBAaHUN U BPOXKIEHHBIX
aHoManuil ioga. VX pa3BuTHE 3HAUUTEIBHO MOBBICHIIO TOYHOCTh IMAarHOCTUKU U
pacHIMpPUIIO  BO3MOXKHOCTM  MEAMIIMHCKOTO  HAOJIOJEHHUS 32  TEYEHUEM
O6epemenHOCTU. HemHBa3MBHbBIE METO/IbI, TAKHE KaK YJIbTPa3ByKOBOE HCCIIEIOBAHNUE,
onoxumuueckuid ckpuHuHr U NIPT, obecnieunBatoT O6e30macHblid U 3P (HEKTUBHBIM
NEPBUYHBIM CKpUHUHT. B TO ’ke BpeMs WHBa3MBHBIE METOJBI, BKIIOUYas
aMHHUOLIEHTE3 U OMOIICUIO XOPUOHA, OCTAIOTCS HE3aMEHUMBIMU JIJIS TOATBEPIKIACHUS

IMarHo3a.

Haunloiee nepcrneKTUBHBIM HANpaBICHUEM SIBJISIETCS MHTETPAIUS Pa3IMYHBIX
JUArHOCTUYECKUX TOJXOJI0OB, YTO TO3BOJISIET MOBBICUTH 3(P(HEKTUBHOCTH
BBISIBJICHUS IATOJIOTUH 1 MUHUMHU3UPOBATh PUCKHU JJIsI MATEPH U I10Ja. BHenpenue
COBPEMEHHBIX MOJIEKYJIIPHO-TEHETUYECKUX TEXHOJOTUH OTKPBHIBAET HOBBIC
BO3MOXXHOCTH I TUATHOCTUKH M IPOPUIAKTUKN HACIIEICTBEHHBIX 3a00ICBaHHIA.
Takum oOpa3zoM, nmanmpHEWIee pa3BUTHE IMPEHATAIBHOW JAHATHOCTUKA OyJeT
CIOCOOCTBOBATh YJIYUIIEHWIO KadyecTBa MEIWLMHCKOW TMOMOILIM, CHHKEHHIO
4acCTOTHl BPOXKIAEHHBIX AaHOMAJIWNW W TIOBBIIEHUIO YPOBHS 370POBbS OymyIINX

ITOKOJICHH.
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