OT3bIB
o(HIHATBHOTO ONIOHEHTa Ha quccepranuio bapkosa Mien IOpreBHya:
«CoBepIlIeHCTBOBaHHE CUCTEMBI IPEeHATaIbHOI0 CKPUHHHTa aHEYTIIIOUIHM II0/1a
Ha ocHOBe aHanu3a BHekyieTrouHoi JJTHK kpoBu MaTepm», IpelcTaBlIeHHON Ha
COHMCKaHHe YYEeHO! CTeNeHH KaHuaaTa MeIUIIMHCKUX HayK 10 CIIeLHaIbHOCTH
03.02.07 - renetuka
AKTyaJlbHOCTb TeMbI

[IpeHaTanbHBIl CKpPUHUHT OepeMEHHBIX C LENbI0 BBIIBIEHUS JKEHIIUH
BEICOKOI'O pHCKa HallU4Yus y IUJI0JIJa XPOMOCOMHBIX aHOMAaJIMil SBNI€TCS ONHHUM M3
BOXHEUIIUX KOMIIOHEHTOB NPOQUIAKTHKUA POXAECHHUS AETe C XPOMOCOMHOMU
narojorueii. B HacTosiliee BpeMs MaccOBBIM MpeHaTalbHbIN CKPUHUHI OCHOBaH
Ha pe3yJibTaTaX TPEXKPaTHOro YIbTPa3ByKOBOI'O HCCIENOBaHHUs IJIOJa Ha pa3HBIX
Cpokax OepeMEHHOCTH U OLEeHKaX YpPOBHS CBIBOPOTOYHEIX MapKepoB B KPOBH
Matepu. Pe3ynbraThl OMOXMMHUYECKOr0 CKpUHHUHTA | TpuMeTpa OCHOBaHHOIO Ha
OlleHKe YpOBHs 2 OMOXHMHYECKUX MapKepoB (I1a3MeHHoro npotenHa A u XI'Y),
He BCerjJa aJeKBaTHO OTpa)kaloT PUCKH XpPOMOCOMHOM martosnoruu miuoaa. Ilo
pe3yipTaTaM IMpPOBOOUMOrO B HacTosllee BpeMs CKpUHHHra Habmonaercs
OOJNBIION IPOLIEHT JIOXHOIOJOXUTENbHBIX pe3ynbsTaToB (okono 80-90%), 4uto
omnpenensieT He0OOOCHOBAaHHOCTP MHOTHX pPEKOMEHJAlMi IJs OCYIIECTBIEHUS
MOATBEPXKJAlolled HWHBa3HUBHOM AuarHocTUKHU. [IpH 3TOM mNpuUMEpHO KaxcAbIH
MATHIA peOeHOK ¢ XPOMOCOMHOM MaTOJIOTHel POXXIaeTcs Y KEHIIUH, OTHECEHHBIX
10 pe3yJbTaTaM CKpUHHHIA K IPyIIe HU3KOro PHCKa.

OTH [aHHBIE OMNpeNeNsloT IOTpeOHOCTh Ioucka Oosiee COBepIIEHHOM
CHUCTEMBl OLICHKH U (QOpPMHUpOBaHHUs TPYII pHCKa OepeMeHHBIX IO HAIUYHIO
XPOMOCOMHOM NMaTOJIOTHH Y MJI0Ja.

B Hacrosiee Bpems HauOosiee NEepCHEKTHBHBIM M 3HAYUTENBHO Oolee
HaJIe)XHBIM METOIOM IIpeHaTaJbHOr0 CKpPUHUHra OepeMeHHBIX SBIISETCS
HEHWHBAa3UBHBIA METOJ IPEHATAJIbHOIO CKPUHHUHTA aHEYIUIOUIUN, OCHOBaHHBIM Ha
npsiMmoMm aHanuze BHekieroyHod JIHK mmoma B kpoBum matepu. OgHAKo OMBIT

OTE€YECTBCHHOI'O 3paBOOXpPaHCHUSA IIOKa HE BEIIHK, 6e3y0J'IOBHO Tpe6yeTcs{
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Hay‘-IHBIf/i aHaJu3 pe3yJbTAaTOB 3TOro0 MeEToda B YCJIOBHAX OTCYCCTBCHHOIO
3ApaBOOXpaHCHHUS. Tema AUuccepTaluu 6C3YCJ'IOBHO aKTyaJibHa, pPCIICHHC
l'IpO6JIeMI:I HCIIOJIB30BaHUs HEHHBA3HBHOI'O METOJa aHalIku3a BHEKJICTOUYHOHU lII‘IK
HMECT 60J'IBHI}’IO HAYYHYIO H ITIPAKTHYCCKYIO0 3HAYHUMOCTb.

CreneHb 000CHOBaHHOCTH HAYYHBIX MOJIOKEHH, BLIBOJAOB H
peKoMeHaauH i
Pa6ota BeimonHeHa Ha OosbiioM KiInHUYeckoM MartepHane (1918 obpazion

IJa3Mbl KpOBH OepeMEHHBIX) Ha BBICOKOM Hay4YHO-METOAHYECKOM YPOBHE, C
UCIIOJIb30BAaHUEM COBPEMEHHBIX METOJOB HCCJIENOBaHUS U  BepUPHKALUU
MOJIyYEHHBIX PE3yJIbTaTOB.

Pesynbratel  AHMccepTalMOHHOM ~ paboOTBl  XOpPOIIO W HalISOHO
MPOWJUTIOCTPUPOBAHBl PUCYHKaMH U TaOiuiamMu. BbeIBOABI W IpaKTHYECKHE
pPEKOMEHJallUl  apryMEHTHPOBaHBI, JOCTOBEPHBI, BBITEKAIOT U3 aHaIH3a
baKkTHUEeCKOro MaTepHalia, OTPaXalT COAEp)KaHHE IUCCEePTAldHd U IOJHOCTHIO
COOTBETCTBYIOT IIOCTaBJIEHHBIM 33/1auaM.

OcHOBHbIE TOJIOXKEHHS HCCIIEIOBAaHUS [OJIOXKEHBl Ha 8 pOCCHMCKUX U 3
MEeXIOyHapoAHBIX KoHpepeHuusx. Ilo Teme nuccepranuu omyOnukoBaHo 19
Me4YaTHBIX paboT, U3 HUX § cTaTed B XXypHanax u3 nepeduns BAK P®, B kotopsix
JOCTaTOYHO IOJHO OTPaXXeHOo cojaepxaHue aucceprauu. [lomyden narent PO Ha
cnoco6 nuarHoctuku. CopnepxxaHue aBTopedepaTa M IeYaTHBIX  paboT
COOTBETCTBYET MaTepuajaM AUCCEPTALUH.

JloCTOBepHOCTh H HOBH3HA HAY4YHBIX I0JI0’KEHHH, BIBOJOB H
pPeKOMeHAalHH
ABtopoM BrepBele B Poccuu mnposeaeH ananmn3 JIHK-ckpunuHra Ha

KOHTPOJILHOM BBIOOpPKE C M3BECTHBIMHU pe3yJbTaTaMH NpeHaTalbHOM HHBa3UBHOMN
quarHoctuku. OmnpeneneHsl ¢aKTOphl, KOTOpblE BIUSIOT Ha pesyibraThl JIHK-
CKpHHHUHIAa aHeyIulouaui. Pa3paboTaHbl METOAMKH IO3BOJSIOLINE pa3inYyaTh
MO3aUlU3M IIJIOJOBOIO U MAaTEPUHCKOIO0 MPOUCXOXAECHUS U TEM CaMbIM
MHUHHUMHU3UPOBaTh KOJHUYECTBO JIOXKHOIOJNOXUTENbHbIX pe3ynbratoB JIHK-
CKpUHHHTa. PazpaboTansl U anpoOHPOBaHbI OAXObI, TO3BOJISIOLINE OLIEHUBATh

nomo minogoBor /IHK BHe 3aBHCHMOCTH OT mosa mioga. JlokazaHa BO3MOXXHOCTH
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npumeHeHuss JIHK-ckpyHHHIa ¢ MOJHOT€HOMHBIM aHAJU30M U1l BEHISBIICHUS HE
TOJIBKO aHeyIuionaui (mo xpomocoMaM 21, 18 u 13), HO U KIIMHUYECKH 3HAYUMBIX
peOKUX U 4YacTUYHBIX aHeyruiounui. Takke B pabore ycranomineno, yto JIHK-
CKpPUHHUHT MOXHO IPHUMEHSTh IpPH MHOTOIUIOOHOW OepeMeHHOCTH. ABTOPOM
MoJlydyeH @aTeHT Ha cmoco0 nedyeHHs «Crmoco0d ompeneneHUs HCTOYHHKA
aHEeYIUTOMAHBIX KJIETOK IO KpOBU OepeMEeHHOMN XEHIHHBI», 3aperuCTPUPOBAHHBIN
B ['ocynapctBeHHOM peectpe uzobperenuit Poccuiickoit @eneparuu (Ne 2674700).
3HAYMMOCTB NMOJIYYEHHBIX Pe3yJIbTAaTOB JJIsi HAYKH H NPAKTHKH

[TonyyeHHble pe3yNbTaThl IPOBEAEHHOIO MCCIIEIOBaHUS I103BOJISIOT:
MOBBICUTh  3(@EeKTUBHOCTh  IIpeHaTaJbHOrO  CKPUHHMHIAa  OepeMEeHHBIX,
HaIllpaBJIeHHOTO Ha BBHIBIIEHHE aHEeYIUIOAWMH Yy IUI0Ja; MHHHUMH3HPOBATH
KOJIMYECTBO JIOXKHOIOJIOXKHUTENBHBIX pe3ynbTatoB JIHK-ckpuHHMHra; 3HAYUTEIHHO
COKpPaTHTh YHUCIO MPOBOAUMBIX JUAarHOCTHUYECKHUX HWHBAa3UBHBIX MPOLEAYyD;
YTOYHUTHh HHAUBHAYAIBHYIO TAKTUKY BeIeHHS OepeMeHHOCTH.

PexoMeHganMu Mo HCNOJIb30BAHHIO Pe3YJIbLTATOB H BHIBOIOB

PazpaboranHble moaxonpl HEMHBA3WBHOro aHanu3a BHekietouyHoit JIHK
MOXHO MPUMEHSTH JJIsl COBEPLIEHCTBOBAHUS CUCTEMBI IPEHATaIbHOI0 CKpUHUHTA
XpoMocoMHOI maronorun miuona B Poccuiickoit ®denepauuu. Teopetuueckue
MOJIOXKEHUsA, CGOpPMyITHUpPOBaHHBIE B  JHUCCEPTAMOHHOM  HCCIENOBaHUHU
1[eecoo0pa3Ho HUCIOJIB30BaTh B Yy4eOHOM Ipolecce KIHHHYECKUX Kadeap
aKyllepcTBa U 'HHEKOJIOTHH, Kadeap MEeIULUHCKOW U J1abopaTOpHOU I'€HETHKH,
MpeHaTaJIbHOW JUArHOCTUKH.

[IpuHIUNHANBHBIX 3aMEeYaHUd MO0 COAEp>KaHHI0, 0QOPMIICHHIO, Ka4eCTBY
HCCcIeOBaHui U BEIBOJAM HeT. B kauecTBe OCyXXIeHHUs XOTeJIoCh OBl yCNBIIIATh
MHEHHE aBTOpa O BO3MOXHOCTSIX yBelndeHHUs konudectBa ruiogHou JIHK mpu
HeOOJIBIINX KOLIEHTPaLUsIX B KPOBH MaTEpH.

3aky0ueHue.

Huccepranus N.YO. Bapkosa «CoBepiieHCTBOBaHHE CHUCTEMBI

IpEeHAaTaJIbHOTO CKpUHUHTa aHeyIUIOMOUH IUloja Ha OCHOBE aHallu3a

BHeksetouHod JIHK kpoBu mMarepu» sBISgeTCS 3aKOHUYEHHOM Hay4HO-
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KBTHGHUKAIMOHHOW paboTOM,  BBHIIOJHEHHOM II0J pPYKOBOJACTBOM JOKTOpa
MenunuHckux Hayk ~ H.A. KapeTrHukoBol, nokTopa OHOJIOrHYecKHX Hayk,
npodeccopa PAH JI.}O. Tpodbumosa, coneprxailieli HOBoe pelieHHe aKTyallbHOR
3alaud COBEPIIEHCTBOBAaHUS CHCTEMBI IIPEHATAJIbHOIO CKPUHHHIA aHeYIUIONUN
IoAa, UMEKIIed CyllecTBEeHHOe 3HayeHHe MAJIsi COBPEMEHHOW MeEeTULIMHCKOU
reHeTHKHU. [lo akTyansHOCTH, HAy4YHON HOBU3HE, TEOPETUYECKON U IPAKTUYECKON
3HAQYUMOCTH, JOCTOBEPHOCTH IIOJIy4eHHBIX pe3yJIbTaTOB U OOOCHOBAaHHOCTHU
BEIBOJOB JuccepTannoHHas pabora bapkosa Mnbsn KOpbeBnua cooTBeTCTBYET
TpeboBanussM 1.9 IlonoxxeHHss O TPUCY)XXAEHHH YYEHBIX CTeleHel,
yTBepXXJIeHHoro nocrtaHoBineHueM [IpaBurensctBa Poccuiickoi ®@enepannn No842
oT 24.09.2013r. (c u3MeHeHHUsIMH B pelakuuu nocraHoBieHuil [IpaBuTenscTBa
Poccuiickoit ®@epepanuu Ne335 ot 21.04.2016r., Ne748 ot 02.08.2016r.),
IpeabsIBIsEMbIM K KaHAHMAATCKUM JAHCCepTalMsaM. ABTOp JUCCEepTalUud
3acily)KUBaeT NPUCYXIeHUs YUEHOW CTeleHH KaHOuAaTa MEeIULUHUHCKHUX HayK II0

crnenuanbHocti 03.02.07 - reHeTHKA.

Benymmuit Hay4HBIM COTPYIHHUK JIaDOpaTOPHH MOJIEKYJISPHO-OHOIOTHYECKUX
uccienoBanuii, npodeccop kadenpsl MemuuuHckoil reHetuku OI'BOY BO
«MOCKOBCKHI1 rOCyJapCTBEHHBIN MeAUKO-CTOMATOJIOTHYECKUN YHUBEPCUTET
umeHu A.M. EBgokumoBa» MuglictepcTBa 34paBooxpaHeHHs Poccuiickoi
®enepanuy, 10 HayK, nmpodeccop
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