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YJIbTPA3BYKOBAS NPEHATAJIBHAA IUATHOCTHKA XPOMOCOMHBIX AHOMAJIMH B
IMNEPBOM U BO BTOPOM TPUMECTPE BEPEMEHHOCTH
H6oToBa Maxdysa OlibeKkoBHa
AccrcteHT Kadeapbl 0011EM TUTUEHBI U IKOJIOTUU

Pe3swome. /loposioBasi AMarHOCTUKA BPOXKJAEHHOW U HAC/eACTBEHHOW MAaTOJIOTUU OCTAeTCH OLAHOM U3
OCHOBHBIX MIP06JieM NepUHATaJbHON MeAulIMHbl. HecMOTps Ha NOCTOsSIHHbIE HAy4YHble Pa3paboTKU B
3TOW 06J1aCTH, MOBCEMECTHOE PACHPOCTPAHEHHE YJbTPAa3BYKOBBIX HCCIAeJ0BAaHHWH B aKyllepCTBE,
HNONbITKU BHEJPEHUS PA3JIMYHbIX CKDUHUHTOBBIX IPOTPaMM B MPAKTUKY J0POJOBbIX 06C/I€e/J0BAHUI
KOJIMYECTBO JileTEed C BPOXKJEHHOM NaTOJIOTUEX He yMeHbIlaeTcs. BOJIbIIMHCTBO 3TUX JeTeu
CTAaHOBSITCS MHBA/JIMJAAMU UJIU IIOTH6AIOT.

KirouyeBble cj10Ba: y/bTpa3BYKOBasg IpeHaTa/ibHAsA [WAarHOCTHMKA, XPOMOCOMHBIX aHOMAJIWH,
Jl0poZioBas JUArHOCTHUKA

OnHOM M3 caMbIX pacnpOCTPAaHEeHHbIX GOPM BPOXKJAEHHOU U HaC/eACTBEHHOU NMaTOJIOTUU ABJATCA
XpPOMOCOMHbBIE aHOMAaJIMH, YaCcTOTa KOTOPbIX CpelMi HOBOPOXKJeHHbIX AocTturaeT 7-8/1000. ['py6ble
XpOMOCOMHBIE ZilepeKThbl, UMelole abCOMIOTHO He61aronprUATHBIM IPOTHO3 JIJIF »KU3HU U 3[,0POBbS,
peructpupyroTcs B 2-3 caydasax Ha 1000 HoBopoX/jeHHBbIX [3].

HecMmoTpsa Ha pasBUTHe NpeHaTaJlbHOM [JUArHOCTUKH, CylLleCTBOBaHUE MeTOJO0B 006C/el0BaHus,
NO3BOJIAKOLMX ONpeAeATbh KapUOTUIN IIJIoJA 40 POJOB, YaCTOTA XPOMOCOMHBIX CUHJAPOMOB CpejHu
HOBOPOXX/IeHHbIX He yMeHblIaeTcs [2, 5, 4]. HanpumMmep, B Y36ekucTaHe exerojHo poxjaeTcs 6oJiee
100 petelt c cuHApoMoM JlayHa, 60JIBIIMHCTBO U3 KOTOPbIX CTAaHOBATCA NALlMEHTaMHU ClelHaJlbHbIX
MHTEPHATOB.

O4eBUMJHO, 4YTO YyJydlleHUe [JOpPOJOBOM [JUATHOCTUKU XPOMOCOMHBIX Je(deKTOB HMeeT
NPUHUUNHAJBHOE 3HaYeHHe He TOJIbKO /i1l IPAaKTU4eCKON MeJJMLIMHbI, HO B 11eJIOM U [IJIS 3l0pOBbs
HalUU.

U3BecTHO, 4TO cpeau OepeMeHHbIX cTtapuiero (35 M 6GoJsiee JieT) BO3pacTa, a TaKKe B TpyIlIe
reHeTUYeCKOro puckKa (OTArolleHHbIA ceMelHbIH, aKyllepCKUH U COMaTHYeCKUN aHaMHe3), 4acToTa
BCTpPe4YaeMOCTH XPOMOCOMHBIX aHOMaJIMH y MJIOZI0B BbILIe OOLEeNONyJIALMOHHOW U MOXeT JOCTUTaTh
4-5%. OnHako 70 70-80% XpoMOCOMHBIX iePpeKTOB BOSHUKAET B MOJIO/IbIX U HUYEM He OTATOL€HHBIX
ceMbsIX B pe3yJbTaTe HOBbIX MyTauui [3, 4, 8]. ITO HCKJIIOYAaeT BO3MOXXHOCTb INPOBEJEHUS
3pdekTUBHOU NpPOPUIAKTUKHA XPOMOCOMHBIX 3a00/IeBaHUM U TpebyeT YyCOBepPIIEHCTBOBAHUS
NO/JXO0/I0B K UX paHHel NpeHaTa/lbHOM JJUarHOCTHKE.

B 6oJsiblIMHCTBE C/lydyaeB HaJIMYHWe XPOMOCOMHBIX IepeKTOB y IJI0Ja IPOABJSAETCA 3XorpapuyecKuMu
OTKJIOHEHHUSIMH, CIEKTP KOTOPBIX OYEHb IIMPOK: OT IPYObIX CTPYKTYPHBIX aHOMAJIUH U BPOXK/AEHHBIX
IIOPOKOB Pa3BUTHS /|0, TAK HAa3bIBAaEMbIX, «KMATKUX» IPU3HAKOB, HE MEHSIOUIMX aHATOMUIO OpraHa.
[Ipy Hamnuuu y maoja pAedekTa XpOMOCOM HauboJiee YacTO YJIbTPa3BYKOBble HW3MeHEHUS
BbISIBJISIIOTCSI BO BTOPOM TpUMeCTpe 6epeMeHHOCTH.

B TedeHue mnociefHUX [ABYX JAeCATUNETUN 3apyOeXHbIMHU CllelUaJuCTaMU OBbLIA JOCTUTHYTHI
3HQUUTeJIbHble YCIeXu B 00J1aCTM U3y4YeHUA Ipe-HaTaJbHBbIX YJbTPa3BYKOBBIX IPHU3HAKOB
XpOMOCOMHBIX abeppauuil. B oTeyecTBeHHOM mNpeHaTa/JbHOM MeAuLIMHEe QYHJAMeEHTaJbHbIX
ucc/aeJ0BaHUM, TOCBSILEHHBIX 3TON TEMe, 10 HACTOSILero BpeMeHH IPOBe/ieHO He OblJI0, HeCMOTPS Ha
TO, YTO pfAJ, aBTOPCKHUX KOJIJIEKTUBOB MHOIO JIET M3y4alT NpoO6JeMy JOpOJOBOM AUATHOCTHUKHU
aHOMaJIMU XpOMOCOM Yy IIJI0/a.
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[IpOTOKOJ1 CKPUHUHTOBOTO YJIbTPA3ByKOBOI'0 MCCJIEOBAaHUSI BO BTOPOM TPHUMECTPe 6epeMEHHOCTH,
He perJlaMeHTUPYeT OLeHKY 3XorpaduyecKUXx MapKepoB XPOMOCOMHbIX abeppanuil. OTcyTcTBUE

e/IMHOTO NepeyHsl 3TUX NPHU3HAKOB, MOJJIeXallluX 0053aTeJIbHOU OLleHKe B YCJI0BUAX CKDUHUHTOBBIX
yJbTPAa3BYKOBBIX UCCAeJOBAHUW, UX YETKHUX [AUArHOCTUYECKHUX KpPUTEpPHUEB, PEKOMEHJALUU 10
ONTUMAaJIbHOMY CPOKY UX BbISIBJIEHUS], a TAKXKe 110 TAKTUKe NPeHa-TaJbHOT0 06C/eJOBaHUS CHUXKAET
3pPeKTUBHOCTD AOPOJOBOUN JUATHOCTUKH XPOMOCOMHBIX CUH/IPOMOB Y HE6JIarONpUsITHO BJAUSET Ha
NOKa3aTeJ U IepruHaTaJlIbHOM 3a060J1eBaeMOCTH U CMEPTHOCTH.

B nocnegnue 30 eT npoBOAUTCA MHTEHCUBHAsA pa3pab0oTKa MeTO/L0B HEMHBAa3UBHOW MPeHaTaJlbHOU
JIMAaTHOCTUKH, OCHOBAHHbIX Ha BblJjeJIEHUU KJIETOK IJI0OJA M3 KPOBU MaTepd U UX MOC/IeAyHlieM
HENoCpeCTBEHHOM HcCCAeOBaHMU. B KpoBu MaTtepu Ha Kaxzable 103 -107 dApepHBbIX KJIETOK
npuxoauTcsa 1 KJeTKa MJIOJOBOrO MPOUCXOXAEHHA. IJTO COOTHOLIEHHWE KJETOK IJIoJla K KJIeTKaM
MaTepu B 06paslie MaTEPUHCKONW KPOBU MOXET ObITb yBesimyeHOo A0 1 Ha 10-100 mMaTepHHCKHUX
KJI€TOK. JTO JIOCTUTaeTCsl HaHECEHUEM S1[IePHO-MAarHUTHBIX METOK WJIM MEeTOK QJI00peClUpyOIUX
aHTUTeEJ K OlNpeJleJIeHHbIM y4acTKaM MeMOpaHbl KJETOK IJIOJA U WX BbISBJIEHHUEM IMPU MOMOIIU
TexXHoJOTUN sifepHo-MarHUTHOro (MACS) wau duroopecueHtHoro (FACS) BbljesieHUs] KJETOK.
[TonyyaeMblil NMPU KUCHOJIb30BAaHUU TEXHOJIOTMM 00'bEM KJIETOK HENPUTOJEeH [Jisl TPaJUIMOHHOIO
[UTOreHeTUYECKOr0 UCCAel0BaHUS, TaK KaK B HEM HapsJy C OTHOCUTEJbHO HEOOJbIIUM YHUCIOM
KJIETOK IJIOZA COAEPXKUTCA JOCTAaTOYHO OO0JIbIIOe YMC/I0 KAeTOK MaTepu. OHAKO NpPU HaHECEHUH
JHK-cnenudpuyuHbIX /11 KOXKL0U XpOMOCOMbBI METOK U NOJYYeHUU TPeX CneluPprUieCcKrUX CUTHAIOB OT
OZIHOM KJIETKH B UCCJielyeMOM 0Opaslie Npu GpJiroopeciieHTHOM rubpuausanui in situ (FISH) moxxHo ¢
BbICOKOW BEpPOSAATHOCTBIO MpeAloJiaraTb HajJWiue TPUCOMHUM B KJETKaxX II0Ja. Y4WUTbIBas
OTpaHUYeHUs JOCTYNHbIX HAa CETOAHSAILIHUN IeHb TEXHOJOTUH, HCCIe[JOBaHUS KJIETOK IJIo/jla B KPOBU
MaTepHu MOTYT Ccerluyac pacCMaTPUBATbCA KaK 3KCIIepUMeHTa/IbHble METOJUKH OLIEHKH PUCKA, HEXKeJIU
KaK MeTo/] IpeHaTa/IbHOW JUAarHOCTUKU XPOMOCOMHBIX 3a00/1€BaHU M.

B HacToAumMi MOMEHT 4YyBCTBUTEJBHOCTb MOAOOHBIX MCCIAEJOBAaHUM  COMOCTaBUMa C
YYBCTBUTEJBHOCTbI0O OUOXUMUYECKOTO CKpUHHMHTA. [Ipy 3TOM OHOXMMHYECKOEe TeCTUpPOBaHHUE
OTHOCHUTEJIbHO JIETKO MOXET ObIThb BHEJPEHO B KauecTBe MONYyJIILIMOHHOIO CKPUHUHIA, TOTAA KaK
BblJleJIeHHME KJIETOK IJIoJJa B KPOBOTOKE MaTepU SBJsSETCS 3HAYUTeJbHO 6oJiee TPY0EMKUM
NpPOLIECCOM U TpebyeT HaJU4HMS ClEelUaJUCTOB Bbicovauiied kBainpukauuu. OcraeTcs HaJesAThCs,
YTO B 0003pUMOM OyAylleM pa3BUTHE TEXHOJIOTHU BblJleJIeHHS KJEeTOK IJIoJAa U3 KPOBU MaTepH
MO3BOJIUT AOOUTHCS CYLECTBEHHOTO YBeJHWYEHUSI UX YMUCIA B HUCCAeyeMOoM o6pa3slle, TEXHOJIOTHS
CTaHEeT MOJIHOCThIO aBTOMAaTU3UPOBAHHOM, YTO MO3BOJIUT NPOU3BOAUTH 06PabOTKY 60JBIIOT0 YKUCIA
Npo6 MaTepPUHCKON KPOBU.

B nmnocsegHee BpeMs 3HAUUTE/JbHOE YHCJIO HCCAEJOBAaHHWM OBbLIO HAaNpaBJeHO Ha BblJleJIeHHUE
cBo6oiHOoM JIHK nuios1a M3 KpoBY MaTepu Npyu 6epeMeHHOCTH IJI00M MY>KCKOTO I10J1a ¥ NOBbILIEeHUE
KoHLleHTpanuu o6pasna JHK mioza ¢ nomompbio  kosaudecTBeHHoW [MIIP.  CymiecTByioT
NpPOTUBOpPEYHMBbIE JJAHHbIE B OTHOIIIEHUH KOHIleHTpauuu cBoboaHou JAHK nioza npu tTpucomuu 21.
Pe3ysibTaThl psifla UCCeJOBAHUIN BBISBUJIM MOBBIIIIeHHE KOHIeHTpalyuu cBo6oHol JJHK npu saTom
3ab0JieBaHUHU Y IJI0/A, B IPYTHUX Ke hccaeoBaHusax KoHueHTpanusa JHK He oTavMyanack oT TakoBOU
IpU HOPMaJIbHOM KapuoTule maofoB. TakuM o06pa3oM, U B OTHOLUEHUH 3TOM HOBOW TEXHOJIOTUM
HeoOX0JMMO HabpaTbCsl TepHEeHUsT U JOXKJAAThCs, NOKAa OHA CTAaHET peaJibHbIM HEWHBA3UBHbIM
MeTOJ,0M CKpUHUHIA TpUcoMuHu 21 y mioaa.
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