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[ToBbIIIEHHBIN HHTEPEC K TEHETUKE YEIOBEKA U, B YACTHOCTH, K BPOXKIEHHBIM [TOPOKaM
paszsutust (BITP) npoauKTOBaH MPAaKTHYSCKUMHU COOOpakeHUSIMHU. BO-TIepBbIX, TeHETUYECKHUE
AHOMAJIHH SIBJISIIOTCS OCHOBHOUM MPUYMHON CMEPTH TUIOZa M HOBOPOXKIEHHOTO U
MpeoNPeeNsaoT OONBITMHCTBO O0JIe3Hel neTelt 1 B3pocibix. Bo-BTOphIX, OypHOE pa3BUTHE
TE€HETUKU U MOJICKYJISIPHOU OMOJIOTHH, MPEHATaIbLHON U MPEUMIUIAHTAIIMOHHON JUAarHOCTUKH,
METO/I0B BCLIOMOTaTEIbHOM PEMPOIyKIIMH OTKPHIBAET HOBBIE MEPCIIEKTUBbI paHHEU
JTUArHOCTUKHU BPOKJIEHHBIX 3a00eBanuii. Mcronp3ys COBpeMEHHbIE TOCTUKEHUS HAYKH,
CYNpyTH MOTYT HE JOMYCTUTh POKIACHHs 00JIbHOTO pedeHka.l eneTnueckue 3a00neBaHms 1
BPOKICHHBIE TIOPOKH PA3BUTHS BCTPEUAIOTCS MPUMEPHO Y 3-5% HOBOPOXKAEHHBIX, YTO
COCTaBIISICT MPUMEPHO S5 MIH. feTeil B roa. 13 nux 15% ymupaer npu poskIeHHH, Y OCTaIbHBIX
CEPBhE3HO YXYIIIACTCS KAYeCTBO KU3HU, WIH 00JI€3HB MPOSIBISETCS TOJBKO B 3PEIIBIE TOIBI.
[Iupokoe MpUMEHEHHE COBPEMEHHBIX BCIIOMOTATEIbHBIX PENPOAYKTHBHBIX TexHooruii (BPT)
3aCTaBIIsET 33yMaThCss 00 UX BO3MOXXHOM BITUSTHUM Ha 4acToTy BIIP.

M3 MHOrO4YMCIEHHBIX UCCIEA0BAHUN CIIENYET, YTO Y IETEH, pOKIACHHBIX ¢ ToMoulsto BPT, He
HaOJIOAAeTCsl YBEIMUECHUSI YaCTOThI BPOXKICHHBIX TOPOKOB pa3Butus. [1o cooliieHuto
Bputanckoro CoBeTta 1o MeIUIIMHCKUM UccienoBaHusaM, y 1581 HoBopokaAeHHOTO,
poauBIIETOCs ¢ ucnoyib3oBanueM Meroaa KO, BpoxaeHHbIC aHOMAJIUU BBISIBIICHBI BCETO B
2,2%, 4TO BIIOJIHE COMIOCTABUMO C YACTOTOM aHOMAIIMK Pa3BUTHS Y AETEH, 3a4aThIX
€CTECTBEHHBIM 00pa3oM.

OpaHako B HEKOTOPBIX COOOIIEHUSX OTMEUYECHO YBEIMUCHHUE YaCTOThI Je()EeKTOB HEPBHOM
cucremsl ociae DKO u TUDT. 31oT GakT 00BsACHIETCSA TEM, YTO ITPU MHOTOIUIOAHBIX
OEpEeMEHHOCTSIX UMEETCS TMOBBIIIICHHBIN PUCK MPOosiBIieHUs onpeneneHHbx BIIP, Bxirouas
MOPOKU IICHTPATBHON HEPBHOM CHCTEMBI, YPOTC€HUTATIbHBIC AEPEKThI U IIepeOpaNbHBIN Mapaind.
[To MHEHUIO aBTOPOB, TPYAHO OOBSICHUTD MOBBIILIEHNE YACTOThHI BPOXKIEHHBIX aHOMaJIHM
ucKiItounTenpHo npumeHenrneM OKO. Bo3moskHo, noBeiieHHas yactora BITP npu KO
ABJISIETCS] PE3YyJIbTATOM HACJIEACTBEHHOM NaTOJOTUH POJUTENEH, KOTOpas MPOSIBUIIACH B
OecIuToInu.

C HayvajgoM MHUPOKOTO MPUMEHEHUST MUKPOMAHUITY ISIIIMOHHBIX MeToZ0B BPT, u B oco6enHocTH
HUKCH, BO3HUKIH ONAaCeHHsI OTHOCUTEIBHO 0€30MacHOCTH ATUX Tiporeayp. OmHako, mo
MHOTOYHUCJIEHHBIM JTaHHBIM JIUTEPATYPBI, HE UMEETCS 3HAUUTENIbHBIX Pa3JINYMi B HACTOTE
XPOMOCOMHBIX aHOMAJIMH B OIUIOAOTBOPEHHBIX ANLEKIETKaX nocie ucnoaszoBanus MKCU no
CPaBHEHHUIO C OIUIOJOTBOPEHHBIMH SIMIIEKJIETKAMM, TIOJIy4Y€HHBIMU TIociie kiaaccudeckoro JKO.
Tem HEe MeHee, Mpexk/Ie YeM clIenaTh OKOHYATENbHOE 3aktoueHue o 6e3omacnoctu UKCU
JIOJIKHBI OBITH MPOBEICHBI BCECTOPOHHUE HccheaoBaHusa. Heo0XxoqumMo MOMHUTD, YTO y
OOJIBIIMHCTBA MYKUUH, CTPAIAIONINX OSCIUIOANEM, YaCTOTa HACIEACTBEHHBIX XPOMOCOMHBIX
aHOMaJInii BeIle, ueM y 310poBbiX (19,6% u 1,45% COOTBETCTBEHHO).

Ceroans umerotcst onucanus 6000 nHacneacTBeHHBIX qedekToB, 370 U3 KOTOPHIX CLEIUICHBI €
nosioM. Onpeaestsast moJ eIle 10 pOXkKACHUS WIH 10 UMIUIAHTALIMHN, MOYKHO NPEIOTBPaTUTh
MOSIBJICHHE Ha CBET O0OJILHOTO peOeHKa.B HacTosIee BpeMs CaMbIM TOCTOBEPHBIM METOIOM
ONpeIETICHUS T0JIa OCTAETCS ITPeHaTaIbHas U NIPEUMIUIAHTALIMOHHAS T€HETUYECKAst
JIMAarHOCTHKA.

OCHOBHBIMH NTOKa3aHUSAMU JUIsl IPOBECHUS MPEHATATbHON TUarHOCTUKH SIBJIIFOTCSI BO3PACT
Oonee 35 neT, HaMM4YKE CTPYKTYPHBIX MIEPECTPOCK XPOMOCOM y OJHOTO U3 POIUTENICH, HATNIHE



y poauTese TOMUHAHTHOM Oosie3HU. MaTepuanoMm Juisl IpeHaTalbHOW TUAarHOCTUKY SIBJISIFOTCS
BOPCUHKH XOPHOHA UM aMHUOTHYECKas! )KUJKOCTh. BHONCHs BOPCHHOK XOPHOHA BBIOJIHSIETCS
Ha 9-12-i1 Henene 6epeMeHHOCTH. DTa MpoIeypa cTana PyTHHHON IS BBISIBIICHHS
TeHEeTUYECKUX HAPYIIEHUH Y MI0a. AMHHUOIIEHTE3 OOBIYHO BHITIONHSIOT Ha 16-18-if Henene
O6epeMenHocTU. M3BNekaercss HEOOIbIIOE KOJTUYECTBO aMHUOTHYECKON AKHUAKOCTH, MOCIIE YETO
KJIETKH IUI0/1a aHAJIM3UPYIOTCS Ha IPEMET XPOMOCOMHBIX aHoMaiui. HanexxHoctsb
TEHETUYECKUX MCCIIE0BaHUN C UCIIOIb30BAaHUEM AMHUOTHYECKOM KMJIKOCTH U KJIIETOK XOpHOHA
JIOBOJILHO BBICOKA, HO He abcomtoTHa. Okono 0,5-1% kieTok B 00pas3ax aMHUOTUYECKOM
KHUIKOCTH U 1-2% KJeToK B 00pasnax XOpruoHa MOTYT OBITh MATEPUHCKUMH KIIETKAMH, YTO
MOYKET MIPUBECTH K TUArHOCTUYECKUM OLIMOKaM.

[IpenMyniecTBO NPEUMILIAHTALIMOHHON T€HETUYECKOW TMarHOCTUKN COCTOUT B TOM, YTO JaHHBIN
METOJI UCKITFOUaeT MPOBEICHUE MaHUITY ISIIKIT HA pa3BUBaroLieMcs ioze. ['eHHblie u/uin
XPOMOCOMHBIE HapyLICHHS MPOSIBIISIFOTCS YKE HAa YPOBHE SHIEKIETOK-3MOpHOHOB. B pe3ynbrare
NPEUMIUIAHTALMOHHOM TUarHOCTUKU OTOUPAIOTCS 3J0POBbIE SMOPHOHBI, KOTOPBIE 3aTEM
NEPEHOCATCS B MOJIOCTh MaTKu. B mocnennee Bpems onmyOIMKoBaH psif paboT, TOCBAIEHHBIX
BBISIBJICHHUIO Pa3IMYHBIX HAC/IEACTBEHHBIX 3a00JI€BaHUH Yy IJI0/a [0 KPOBU MaTEpH.
YcraHoBineHo, 4To B | TpuMecTpe OepeMEHHOCTH B KPOBH KEHIIUHBI IPUCYTCTBYIOT KIETKU
SMOpHOHA, KOTOPbIE MOTYT OBITh OOHAPY KEHBI CIIELUATIbHBIMUA METOAAMHU.

AnbTEepHATUBHBIN MOIXO0]T AJI IPEHATAIbHON JUATHOCTUKH ObLT IPEJIOKEH CYIPYKECKUM
mapam, sIBJISTFOIIUMCS] HOCUTEISIMH IIPH3HAKOB MOHOTEHHBIX 3a00J1eBaHMi (BBI3BAaHHBIX
HIOBPEXICHUEM OJIHOTO TeHa). MeTo/inKka OCHOBaHa Ha MPOCTOM TPUHIIUIIE: YeM OOJIbILE YHCIIO
SMOPUOHOB, MoNy4YeHHbIX Tpu BPT, Tem BhIllIe 1m1aHc, 4TO MO KpaiiHel Mepe OuH WU
HECKOJIbKO U3 IJI0J0B OyAyT HOPMAJIbHBIMU. DTO NPEANOI0KEHNE ObUIO OATBEPKICHO Ha
npumepe 6erra-tanaccemuu. C nomoursio 'MDT 6buta noaydeHa 4eTbIpeXxIuioaHas
OepeMeHHOCTh, 3aTeM Ha JIeCATOH Henelre OepeMenHocTr nponsseneHa JIHK-naraoctuka
Ka)/10ro sMOpuoHa. /[Ba miuoja ObliM BHIOOPOYHO yAaJIeHbl, IPUYEM OJUH U3 HUX OBl OOJBHOM.
J1Ba 310pOBBIX peOeHKa POITMIINCEH B CPOK 0€3 OCIOKHEHUH.

Taxum 00pa3oM NOKa3aHO, YTO COBPEMEHHBIE BCIIOMOTaTEIbHbBIE PENPOyKTUBHbBIE TEXHOJIOTUU
HE MOBBIIIAIOT CAaMHU MO cebe YacTOTy BPOXKAEHHBIX IIOPOKOB pa3BUTHs. B To ke Bpems,
NpUMEHEHHBIE BMECTE C METO/IaMU NPEHATaIbHOIN TUarHOCTUKHU, OHHU JalOT BO3MOKHOCTh
CEMBSIM C BBICOKUM PUCKOM HACJIEJICTBEHHOM MMaTOJIOTUH POAUTH 310POBBIX JETEH.
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