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OT3bIB BEAYIIEA OPTAHU3AILIMU
(denepanbHOrO0 rOCyJapCTBEHHOTO aBTOHOMHOIO 0O0pa3oBaTENBHOIO  YUYPEKIACHUS
BEICIIETO O0Opa3oBaHus «Poccuiickuii yHHMBEpCUTET NOpYXKOBl HapoIOB» O Hay4dHO-
MpPaKTUYECKOM 3HAYMMOCTH JHcCepTalMOHHOW paboTel  bapkoBa Mneu IOpeeBuua
«CoBEpILIEHCTBOBAaHUE CHUCTEMBI IPEHATAJBbHOIO0 CKPHWHUHIA aHEYIUIOMOWH Iuiofa Ha
ocHOBe aHanu3a BHekineroyHod /IHK kpoBu marepm», NMpencTaBI€HHON K 3allUTe Ha
COMCKaHHE YYEHOMU CTEeNEeH! KaHAuAaTa MEIUIIMHCKUX Hayk 1o crneruanbHoct 03.02.07

- TCHCTHUKA

AKTYaJIbHOCTBh TeMbl HCCJIeJOBAHHUA

Kak u3BecTHO, 4MCIE€HHbIE AHOMAJIUM XPOMOCOM SIBJISIFOTCSI OCHOBHOM IPUYMHOM
PaHHHX PEIPOLYKTHBHBIX IIOTEph U 3aHMMAIOT OJHO U3 BENYLMX MECT B CTPYKType
HEOHATaJIbHOM CMEpPTHOCTH M JETCKOM WHBATMAHOCTH. HecMoTps Ha mHpoKoe
BHEJPEHHE Pa3IMYHBIX METOJ0B TUArHOCTUKH, BRIPAXKEHHOTO CHIDKEHHUS BCTPEYAEMOCTH
XPOMOCOMHBIX 3a00JIeBaHMI Cpeau HOBOPOXAECHHBIX HE Habmonaercs. Takoke cienyer
OTMETUTh YBEJIIMYEHUE YaCTOThl [MMO3JHUX OEpEMEHHOCTEH, COMPOBOXKIAIOIIUXCS
MOBBIIEHHBIM PHUCKOM XPOMOCOMHOM MaToJIoTWX y Iwiofa. [IpeHaTanpHBIA CKPUHUHT
OepeMEHHBIX, HallpaBJIeHHBIN Ha BBIIBIEHUE JKEHIIUH, OTHOCSAIIMXCS K TPYIIIE BRICOKOTO
pHICKa, SIBJISETCS ONHUM U3 BXKHEHIIMX KOMIIOHEHTOB MPOQIIAKTUKU POXIEHHUS NETei
C XpOMOCOMHBIMU HapyuieHusMu. Ha cerogusmuuii neHs B Poccum mnpeHaranspHOE
oOcnenoBaHue Oa3upyeTcs Ha pe3yJbTaTax YJIbTPa3BYKOBOIO M OHOXMMHUYECKOTO
UCCJIeIOBaHUM, OTHAKO JaHHBI CKPUHMHI OCHOBAH Ha KOCBEHHBIX MapKepax M HMEET

HEOOCTATOYHO BBLICOKHUEC UYBCTBUTCIBLHOCTH H CI'IeI_II/I(bI/I‘-IHOCTB. IIo ero pe3yiibTaTaM B
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TpyHIy pUCKa YacTO MOMNAaJal0T >KEHIMHBI, BRIHAIIMBAIOUINE 3OPOBBIH IUIOA, KOTOPHIM
BIIOCJICAICTBUM IIPOBOIAT HEHY>XHbl€ HMHBAa3sUBHBIE [HAarHOCTUYECKHE IPOLIETYPHI,
KOTOPBIX IpH Oojiee TOYHOM AMArHOCTHKE MOXHO ObLIO OB M36exaTh. [ToMHuMO 3TOTO,
€CTh CHUTyallud, Korjaa HeoOXOOUMO MHHMMM3HpPOBATh HWHBAa3MBHBIE BMEIIATENIbCTBA,
HalpuMep, P HAJIWYUU Y >KEHIIMH OTATOIIEHHOrO aKyIIEpCKOro aHaMHe3a U yTrPpO3bl
notrepu 6€peMEHHOCTH.

B Hacrosmiee BpeMs COBEPIIEHCTBOBAHME CHUCTEMBI NPEHATaJIbHOIO CKPUHMHIA
OepeMEHHBIX C LEBI0 MPOPUIAKTUKA XPOMOCOMHOM MATOJOTUU y IUIoAA UAET MO MyTH
pa3BUTUS [MOAXOAOB, MO3BOJSIIOIMIMX C Oojee BBICOKOH TOYHOCTBIO BBISBIISTH
OepeMEHHBIX C pHCKOM XPOMOCOMHBIX HapyuieHuwil. Hanbonee mnepcrnekTMBHBIM B
JAHHOM HAalpaB/ICHUU SBJISETCS HEWHBAa3WBHBIM METON IPEHATAJIBHOIO CKpPUHMHIA
aHEYIJIONIMH, OCHOBAaHHBI HE Ha KOCBEHHBIX MapKepax XpPOMOCOMHOH MAaTOJOTHH Y
1013, a Ha IpsMoM aHaiu3e BHeksetouHo /HK mona B kpoBu Matepu.

B cBs3u ¢ BBIICU3IOXKEHHBIM, a Takke Yka3oM Ilpesunenta PO or 28.11.2018
Ne680 «O pasBuTMM TeHeTHMUecKMX TexHosnoruid B Poccuiickoit ®eneparmmy,
nuccepTalMoHHoe ucciaenoBanne bapkosa Mneu FOpreBrYa, HanpaBlI€eHHOE Ha OLICHKY
BO3MOXXHOCTU HCIIONB30BaHUs aHanu3a BHekierouHod JIHK kpoBu wmarepu s
COBEpILICHCTBOBAHUS CHCTEMBI I[IPEHATAJIBHOIO CKPUHMHIA aHEYIUIOMAWHA IU10/a,
HECOMHEHHO, SBJSETCS aKTyalbHBIM M IIPEACTaBIAET 3HAYUTENIBHBIA HHTEpEC s

MPAKTUYECKOTO 3APaBOOXPAHEHUS.

Hay4unast HoBH3HA HCC/leJ0OBaHHUS,
MOJIY4eHHBIX Pe3YJ1bTATOB H BbIBOJIOB

Brnepsrsie B Poccuu npoBeneHa nabopatopHas Banupaius JIHK-ckpuHuHra Ha
KOHTPOJIBHOM BBIOOpPKE C M3BECTHBIMHM pe3yJibTaTaMU [peHaTaJIbHON HHBAa3WBHOM
JAarHOCTUKA M OIpedesieHbl (aKTOphl, BIMSIOIIME Ha €ro pe3yiapTaThl. B pamkax
MpEeACTaBICHHONH palboTel pa3paboTaHbl METOAWYECKHE IOAXOIbI, IMO3BOJISIOLINE
paziuyaTh MO3aMIM3M Y MaTepd M IUI0Ja, YTO MHMHUMUZHUPYET KOJUYECTBO
JIO>)KHOTIOJIOXKUTENBHBIX PE3yJbTaTOB. YcTaHOBi€HO, 4TO JIHK-CkpMHMHT MOXHO
INPUMEHATh MpPU MHOTOIUIOAHOW OepeMeHHOCTH. [IpennokeHHBIi METOA IMO3BOJISIET
ouenuBatsy goaro JIHK mnnoma He3aBucumo ot mnoja. IlokazaHa BO3MOXXHOCTH

IpPUMEHEHHS JHK-ckpuamHTa c UCIIOJIb30BaHUEM MOJTHOT€HOMHOTO
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BBICOKOIIPOM3BOJUTENBHOTO CEKBEHUPOBAHUS [JIsl BBISBICHUS KIMHUYECKM 3HAYMMBIX
PEIKUX MOJIHBIX U YaCTUYHBIX aHEYIJIOUIUH.

ABtopoM mnonyueH nateHT «Croco0 orpeneneHHus HCTOYHUKA aHEYIUIOMAHBIX
KJIETOK 0 KPOBH O€pEeMEHHOW >KEHIMHBIY», 3aperucTpUpoBaHHBIA B ['ocyqapcTBEHHOM

peectpe n3obperennii Poccuiickoii @enepanuu (Ne 2674700).

J{OCTOBEPHOCTD MOJTy4eHHBIX Pe3yJIbTATOB, BLIBOAOB
U NPAKTHYeCKHX PeKOMeHIauu i

PaGora BeIMONHEHa Ha OoiblIOM KIMHMYeCKOM Marepuane (1918 ob6pasuoB
wia3Mbl KpoBu OepemeHHBIX ¢ BHewineroyHod JIHK rmioma) ¢ wucmons3oBaHMEM
COBPEMEHHBIX METOIOB HCCIEOBaHUS M BEpUUKALMU IIOJYyYEHHBIX pE3yJbTaToB,
aleKBaTHBIX [IOCTABJIEHHBIM 3aJayaM. Pe3ynpTaThl QuccepTalMOHHONH  paboThI
IPOWLIIOCTPUPOBAHBI PUCYHKaMU U TabaullaMu, 4To 00JierdaeT BOCIPUITHE MaTepUaa.
Crnemyer OTMETHTH JCTAIbHOE OIMCAHHE METOIOB, pE3YJIbTaTOB M  OTACIBHBIX
KJIMHUYECKUX CIIy4Yaes.

BrIBOOBl M MpakTUYECKHWE PEKOMEHNALIMM apryMEHTHpOBaHBI, 0Oa3UpyIOTCs Ha
HOJTY4YEHHBIX TaHHBIX U MOJHOCTHIO COOTBETCTBYIOT IIOCTABICHHBIM 3a/1ayaM.

Pesynprarel ucciegoBaHUsS NOJOXKEHBI HAa  POCCHMCKMX U MEXIYHApOIHBIX
koHpepeHmax. [lo Teme nuccepranum onyOnukoBaHo 19 neyaTHsIX paboT, B TOM YHUCIE
7 — B XypHanax, pekoMeHnoBaHHEIX BAK npu MwunHuctepctBe oOpa3oBaHHsS M HayKu
Poccuiickoit ®enepanuu. [Tonyden nateHT PO Ha ciocob quarHoCTUKHU.

Conmepxxanue aBropedepara M MEYATHBIX pPabOT COOTBETCTBYET MaTepuajiaMm

AUCCCPTallH.

3HaAYHUMOCTDb MOJYYE€HHBIX pe3YJIbTAaTOB AJid HAYKH H MPAKTHKH
HpeIUIO)KCHHLIC aBTOpPOM IIOAXOAbI K aHAJIN3Y BHEKJIETOYHOM HHK KpOBH MaTC€pu
IMO3BOJIAKOT ITOBBICUTH B(I)(I)CKTI/IBHOCTB CKpHHHUHTa 6epeM€HHBIX, HaIlpaBJICHHOI'O Ha
BBIABJICHHUC XpOMOCOMHOﬁ naTojoruu 'y IUioga, MHHHMH3UPOBATE KOJIHNYCCTBO
JIOXKHOIIOJIOXKHUTCJIIBHBIX ~ pPE3YJIbTATOB I[HK-CKpI/IHI/IHl"a U CHH3HUTHb KOJHYCCTBO
ITPOBOOAUMBIX HWHBA3HWBHBIX IIPOLEAYDP. Hacrosmee JUCCCPTALTMOHHOC HCCIICOAOBAHUC
nNpeacTaBIACT UHTCPEC HE TOJBKO IJIs IIPAaKTHUKH, HO U JIA ¢)YHIIaM€HTaJII>HOI7I HAayKH,

T.K. pa3pa60TaHI>1 METOAbI, MMO3BOJIAIOIIUE OIIPEACIIATE OOJITO HHK [mio4Ja HE3aBUCUMO OT
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€ro 1oJia 1 pas3jindyatb MO3aulIU3M MATCPH U ILJIOJA.

PexoMeHaanMH Mo HCNOJIB30BAHHUIO Pe3Y/IbTATOB H BHIBOAOB
CuuraeM 1enecoo0pa3HbIM BHEIPATH pa3paOOTaHHBIE MOIXOIbl HEMHBA3UBHOIO
aHanu3a BHekiIeroyHol JIHK kpoBu Marepu Ui COBEpPLIEHCTBOBAHUS CHUCTEMBI
MPEHATAJIbHOTO CKPUHMHIa XpOMOCOMHOM Martojioruu miona B Poccutickoi denepanuu.
Pe3ynpTaTel NpoBENEHHOTO HCCIENOBaHUA MOTYT OBITh UCIIOJIB30BAaHbI B HAYYHOMH
pabore wu o0Opa3oBaTelbHOM IIpolecce Kadenp, MpPEnofaloIINX akKyIIepCTBO,

T'MHCKOJIOTUI0, MEOAUIIMHCKYIO U na60paT0pHy10 I'CHCTHKY.

[IpuHIMIUATHHBIX 3aMeYaHuil K colepkaHuio paboThl HerT. JKenarenpHO OBLIO
661 B BeIBOZle Nel He mpocTo oTMeTuTh, 4To JIHK-CKpHHUHT aHEeyIuIouaui mioga o
KpOBM MaTepu o00JafaeT 3HAYUTENbHO O0Jiee€ BBHICOKUMH UYBCTBHUTEIBHOCTHIO H
CHEeLM(PUYHOCTHIO [0 CPABHEHHUIO C IPUMEHSIEMBIMU B HACTOSILIEE BpEMs CTaHAApPTHBIMU
KOMOMHHUPOBaHHBIMH ‘CKpI/IHI/IHFaMI/I IIEpPBOr0 ¥ BTOPOT'O TPUMECTPOB OEPEMEHHOCTH, HO
Y TIPUBECTH COOTBETCTBYIOIIME LMPpEl. U B cBsi3u ¢ pekomenaauueit npoenenus JJHK-
CKpUHHMHIa BCEM OEpEMEHHBIM, BKIIIOYas JKCHIIMH C HU3KAM PHUCKOM IO pe3yjibTaTaM
KOMOMHHPOBAaHHOTO CKPHHMHIA, BO3HHKAE€T BOINPOC O CTOMMOCTH IOJOOHOTrO

HCCJICAOBAHUS B HACTOAIICC BPpEMs, U KaKUM CII0COO0M MOXXHO €€ CHU3UTb.

3aki0ueHHne

Huccepraunonnas pa6otra bapkoBa Wneu IOppeBuua «CoBeplieHCTBOBaHHE
CUCTEMBI I[IpEHATaJIBHOIO CKpPHUHHMHIA aHEYIUIOMIMHA IUI0OJa HAa OCHOBE aHalKA3a
BHekieTouHoi JJHK kxpoBu marepu», mpencraBieHHas Ha COMCKAHHE YYEHOH CTEIeHU
KaHQuJaTa MEIUUMHCKMX HayK no crnenuanbHoctd 03.02.07 - reHeruka, sBiIseTCS
CaMOCTOSITEIPHBIM 3aKOHYEHHBIM HAay4YHO-KBAIM(PHUKALMOHHBIM HCCIEIOBAaHUEM IIO
aKTyaJIbHOH TeMe, pe3yJbTaThl KOTOpOH HKMEIOT CYLUIECTBEHHOE 3HAu€HUE Ui
COBPEMEHHOI MENUIIMHCKON F€HETHUKHY.

B wuccnenoBanum bapkoBa Wnsm IOpheBnua ycnemHo pelnieHa aKTyallbHas
3aJaya, 3akKoyarolmascs B YIY4YIIEHMM KauecTBa [pPEHATaJIbHOIO CKpUHUHTA
OepeMEHHBIX JXEHIINH, TPOBOJUMOTO C IIEJIbIO BBISABIEHUS XPOMOCOMHOM MaTOJIOTHUHU Y

[U10a.



I[lo axkTyanpHOCTH, Hay4YHOH HOBHU3HE, TEOPETUYECKOM M MPaKTUYECKOM
3HAUYMMOCTH, JOCTOBEPHOCTH IMOJIYUEHHBIX PE3YJIHTaTOB M OOOCHOBAHHOCTH BBIBOIOB
nuccepranvoHHas pabora bapkoa Mnsu FOpreBruua cooTBeTcTBYET TpeOOBaHUAM 1.9
«[lonoxeHuss o MPUCYXIEHUU YUYEHBIX CTENEHEI», YTBEPKIEHHOTO MOCTAHOBICHHUEM
IIpaBurensctBa Poccuiickoit @eneparum Ne@42 ot 24.09.2013 r. (B pemakuuu
noctaHoBieHus IIpaBurensctBa Poccutickoit ®enepaumm Nell68 ot 01.10.2018 r.),
OpEeNBSBISIEMBIM K KaHAMJATCKUM JHUCCEpPTAllMsIM, a €€ aBTOp 3acilyXUBaeT
OPUCYXIEHUS YUYEHOH CTeNeHW KaHAWIaTa MEIUIMHCKUX HayK IO CIEeLHaJbHOCTH
03.02.07 - reneTuka.

Hacrosmmit oT3pIB Ha auccepTanmoHHyro paboty bapkoBa Minpu FHOpreBuua
«COBEpIIEHCTBOBAHUE CHCTEMBI IPEHATAJIBHOIO CKpPWHMHIA AaHEYIUIOMIWHN IUI0Ja Ha
ocHOBe aHanu3a BHekjnerouHoil /JJHK kpoBu maTepu», MpencTaBIEHHYIO K 3alllUTE Ha
COMCKaHME YYEHOH CTeNeHM KaHAuAaTa MEOUIMHCKUX HayK II0 CIEUHUaIbHOCTU
03.02.07, moxaroroBieH 3aBenywoouwed kadenpod Owonoruu W OOWEH TEHETHKH,
JOKTOPOM OHMOJOTMYECKUX ﬁayK, npodeccopoM A30Boit Manunoit MyxamMenoBHOH,
o0CyXZIeH W YTBEpXKIEH Ha 3acefaHuu Kadeapsl OWONOrMM U OOIIEH TeHETHUKU
Menuuunckoro uHctTuTyTa PI'AOY BO «Poccuiickuit yHUBEpCUTET APYKOBI HAPOIOBY,

npotokoia Ne 0300-05-04/6 ot 13 ¢eBpans 2019 r.

3aBenyrouias kadenpoi OUoNoruu 1 o01el TeHETUKH
Menuuunackoro uacturyta ®I'AOY BO «Poccutbickuit
YHUBEPCUTET APYHKOBI HAPOOBY,

e’/.
nokTop 6uonornyeckux Hayk (14.03.03), 9,
npodeccop 7. /ﬁf M.M. A3zoBa

Jupexrop MenunmHCcKOro HHCTUTYTa
OI'AOY BO «Pocculickuii yHuBEpcH
IpyKOBI HAPOZOB», JOKTOP MEIULIMHCK:

A.JO. A6pamoB

®denepanbHOE rocy1apcTBEHHOE aBTOHOMHOE 00pa30BaTeIbHOE YUPEXKAECHUE BBICIIETO
oOpa3zoBaHus «Poccuiickuil yHUBEPCUTET ApPYKOBI HAPOIOB»

117198, r. MockBa, yi1. Mukiyxo-Maxkas, 1.6.

Ten. (495) 787-38-03, (495) 434-42-12, (495) 434-66-82

e-mail: rector@rudn.ru; rudn@rudn.ru



