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3akioueHune

auccepranuonHoro copera 21.1.022.01, co3nannoro Ha 6a3e ¢eaepajbHOro
rocyAapcTBEHHOI0 01012K€THOT O yUpeKIeHHust «HannoHanbHbIH
MEIMIHHCKHH HMCCIeA0BATeNIbCKHI LEHTP aKylepcTBa, THHEKOJIOrMH H
nepuHaTo/iorud HMeHH akaaemuka B.U. KynakoBa» Munucrepersa
sapaBooxpanenus Poccuiickoii ®exepauuu no aucceprauuu Iaiigaposoii
AcusaT PycianoBubl «ONTHMH3aIHSI TAKTHKH NPEHHIYKIHH POJAOB € Y4€TOM
IKCNPECCHH CHIHAJBHBIX MOJIEKY]l HHHLUHALHH POAOBOH /JesiTeJIbHOCTHY,
NpeACTABJICHHOH HA COHMCKAHHE YYEeHOH CTenmeHH KAaHAHAATA MeAHIMHCKHX
HAYK N0 cneuranbHOcTH 3.1.4. AKylIepcTBO H THHEKOJIOT U sl

HﬂccepTaHHOHﬂblﬁ COBET OTMEYAECT, 4YTO HA OCHOBAHHU BBbINMOJHEHHbIX
COHCKAaTeJIeM UCCJIeIOBAHUM:

pazpabomarna HOBas HayuHasl KOHIIEIIMS, MO3BOJISAIONIAsS ONTUMHU3UPOBATE
MOATOTOBKY IIEHKH MAaTKH K pojaMm IyTeM AuddepeHIrnpoBaHHOIO MOAXO0Aa K
IPEUHIYKIMA POJOB, 3aKIIOYAIOIIEECs B CHUXKEHHH YacCTOThI OCJIOXXHEHUM JUIs
MaTepH, 1043 ¥ yMEHBIIEHUH YaCTOThI ONIEPATUBHOTO POAOPA3PEIIEHUS;

npeonodicena OpPUrMHaNlbHas Hay4dHasl TUIOTe3a 00 M3MEHEHUH JKCIIPECCUU
TKaHEBBIX M 3K30COMaJIbHBIX MUKPOPHK B 3aBHCHMOCTH OT rOTOBHOCTH LIEHKU
MaTKH K poJiaM, CBUICTEJILCTBYIOLIMX O FOTOBHOCTH K POJIaM OPraHU3Ma B LIEJIOM;

JoKkazana TEPCIEKTHBHOCTh HCIIONB30BAHUS HOBBIX MeH B Hayke,
TO3BOJIAIOIIMX HCIOJb30BaTh IU(OEPEHIIMPOBAHHBIM MOAXOA B MPEMHIYKIIUH
POZIOB C LIEJIbIO CHIDKEHHMS aKyIIEPCKUX U HEOHATAIBHBIX OCJIOKHEHUIN,

66e0eHbl  HOBbIE TOHATUS CBSI3aHHBIE C NPEAUMKTOPAMH  YCIELIHON
NPEUHIYKIUHA U UHAYKIHK POIOB;

Teoperuyeckasi 3HAYHMOCTH HCC/IEA0BAHUSI 0GOCHOBAHA TeM, YTO:

0OKa3aHbl METOJUKH, BHOCAILIME BKJIAJ B PaCIIMpeHHe MNpPeICTaBIeHH O
NOIXO€ K MPEUHAYKIUH POJIOB, OCHOBaHHOW Ha ydeTe MPeAUKTOPOB yCIEIHOMH
TMOJITOTOBKH IIIEHKN MATKK W U3HAYAIBHOHN CTENEeHH 3peOCTH OPraHu3Ma K PoJaM,
4TO  MOBBIIACT S(Q(GEKTUBHOCT MPEMHAYKLHH, a TaKke CHOCOBCTBYeET

YIy4IICHHIO MAaTEPUHCKUX U NIEPUHATAIbHbBIX HCXOO0B,



NPUMEHUMENbHO K npobremamuke — QUCCepmayuu  pe3yibmamueHo
UCNONIL306aH  KOMILIEKC CYLIECTBYIOIIUX O0a30BbIX METOJOB HCCJIE€I0BAHUS
(KTMHUYECKHX, KIMHUKO-Ta0OpPAaTOPHBIX M HHCTPYMEHTANBHBIX), a TaKke
CTICIIMAJIBHBIX METOJIOB — BBIIEJIEHHE 3K30COM M3 IJIa3Mbl KPOBHU C IOCIEAYIOLIMM
BeiiesienneM MKPHK w3 sx3ocom, Beigenenwe cymmapHoii PHK/oGoramienue
MKPHK 13 TkaHn MHOMETpusi M IUIOAHBIX 000J04YEK, OOpaTHas TPAHCKPUIILMS M
konuuectBeHHass [ILIP B pexuMe peanbHOro BpeMeHH C  TOCIENYIOLIAM

onpejenenuemM sxkcnpeccu MUKpoPHK;

U3n0J/ceHvl  I0Ka3aTeabcTBa  BO3MOXHOCTH Oonee  sddekruBHOrO 1
0e30macHOro NpoBeIeH s IOArOTOBKU LIEWKU MATKH K POJIAM;

PAcKkpbimbl  CYIIECTBEHHbIE MPOSBIECHUSI Teopuu Oosiee 3(PpPEeKTHBHOrO
Crocoda MOJATrOTOBKH INEHKM MaTKu IyTeM Au((PepeHIMpOBAHHOIO MOAXO0/a C
Y4€TOM I[1€PBOCTETIEHHOM CTENEHH 3PEIOCTH POJOBBIX MyTEH;

u3y4eHol CBSI3U KIMHMYECKUX U J1a0OpATOPHBIX JAHHBIX, CBS3AHHBIX CO
3PeJIOCTBIO0 OPraHU3Ma K poJiaMm;

nposedena  MoOepHusayus — CyWECTBYIOLUMX —aJrOPUTMOB  IIPOBEICHMUSI
NPEHHIYKIMH POJIOB, TMO3BOJISIOMUX 3()(PEKTUBHO MOATOTOBUTH INEHKY MAaTKH K
poziaM BHE 3aBUCUMOCTH OT HA4aJIbHOTO COCTOSHHUS FOTOBHOCTH POJIOBBIX ITyTEi.

3HayeHHe TNOJyYEHHBIX COHCKATeJ]eM pe3yJbTaTOB ISl NPaKTHKH
NOATBEPKIAETCH TEM, YTO:

paspabomar. u 6HeOpern B TPAKTHYECKYIO IESTENLHOCT aKylIepCKux
oraenenuit ®I'BY «HMHUIAITI um. B.M. Kymakosay Munzapasa Poccun
METOMMKA ¥ alITOPUTM NPEUHIYKIMH POJIOB B 3aBUCUMOCTH OT CTEMEHH 3PeocTH
MSATKMX POJIOBBIX ITyTeH;

onpedenenvl TpeNeNnbl U IePCHeKTHBBl MPAKTHYECKOTO HCIOIb30BAHUS
ONTHMHU3UPOBAHHOTO METOJA NPEHHIYKIMH y MALUEHTOK C «HE3PEeNoiy IeiKoil
MaTKH;

co30aHa  CUCTeMa IPaKTHYECKMX PEKOMEHAalMil 110 IIPUMEHEHHIO

Au(p(epeHIMPOBAHHOTO MOAX0/1a TIOATOTOBKY MISHKH MATKH K ponawm;



npedcmaesneHvl PEKOMEHJAMU JIJIi MCIIOJIb30BaHUSI METOJIOB MOJIMOTOBKH
HIeWKM MaTKM K pojJaM U BbIOOpa €e TaKTUKHM B 3aBHCHMOCTH OT KIMHHYECKHX
MPEeIUKTOPOB.

OueHka 10CTOBEPHOCTH pe3y/ibTATOB BbISIBHJIA:

pe3yibTaThl MOJy4Ye€Hbl Ha CEepTUPHUIMPOBAHHOM O0OPYJOBAaHMU C
UCIOJIb30BaHUEM COBPEMEHHBIX METOJUK (BBIJEIEHHE 3K30COM U3 TUTa3Mbl KPOBH
¢ nocinenyromuM BbiaenenneM MKPHK u3 sx3ocoM, BbieneHue cymmapHOii
PHK/o6oramenne MxkPHK wu3 TkaHu MuOMeTpuss M IUIOAHBIX 00O0JIOYEK,
obpatHasi TpaHcKpunuus u xonuuectBeHHas [1L[P B pexxume peanbHOro BpemeHu
Ha oOopynoBanuu u TexHonoruu Qiagen). OObeM BBIOOPKH IMMALUEHTOK,
BKJIFOYEHHBIX B HCCIIeOBaHMUE, OBLI JOCTATOYEH JJIS PEIIECHUS IMOCTaBICHHBIX

3aJ1a4;

meopus. nocmpoena Ha W3BECTHBIX, IMPOBEPSAEMBIX NIaHHBIX M (aKTax,
coriacyercsi ¢ OnyOJUKOBaHHBIMU paHée JAQHHBIMH 10 MEXaHW3MaM HHHUIHAI|H
ponoBoii nesarenbHocTH (Tripathy S., Nallasamy S., Mahendroo M., 2022),
OIIpEeIEJICHUIO IIPEIUKTOPOB YCIeIHOM npenHaykuuu poaos (Batinelli L., Serafini
A., Nante N., Petraglia F., Severi F.M., Messina G. 2018; Feghali M., Timofeev J.,
Huang C.-C., Driggers R., Miodovnik M., Landy H.J., et al. 2015) y seHmuH ¢
MOKa3aHUEM K JIOCPOYHOMY POJIOpa3peIEHHUIO;

uoes bazupyemcs Ha aHAJIW3€ MPAKTHKH, 000OIIEHUH HAKOIIJIEHHOTO OIbITa
BEJICHUs MAlMEHTOK, TpeOYIOIUX NpoBe/ieHrne MpeuHayKiuu poaos ( Baev O.R.,
Rumyantseva V.P., Tysyachnyu O. V, Kozlova O.A., Sukhikh G.T. 2017);

UCNONb306aHO CPABHEHUE aBTOPCKMX JAHHBIX M JAHHBIX, OJTYyYEHHBIX PaHee
Y OIMCAaHHBIX B MHPOBOW suteparype (Xie W., Li Z., Li M., Xu N., Zhang Y.,
2013).

ycmawnoenenbl  KaueCTBEHHBIE COBNAJEHUS ABTOPCKHX —PE3yJbTaTOB ¢
pe3ybTaTaMM, MPEICTaBICHHBIMU B HE3aBUCUMBIX MCTOYHHKAX I10 JAHHOU TeMme,
y 3apy0exXHBIX aBTOPOB IO HU3MeHeHHOH skcrpeccud MUKpoPHK (Han Y., Chen

R, Lin Q. LiuY., Ge W., Cao H., et al., 2021);



UCNONb3068aHbLI COBPEMEHHBIE METONUKH cOopa W 00pabOTKU MepBUUHON
HH()OPMAIIUK C HCIOJIh30BaHUEM 3JEKTPOHHBIX Tabmui «Microsoft Excel» wu
craructuyeckorr mporpammbl StatTech v. 3.1.4. KonuvectBeHHBIE mMokazaTenu
OLIEHHUBAJIM Ha MpPeMET COOTBETCTBUSI HOPMAJILHOMY PACIIpe/ie]IeHHIO C TTIOMOIIbIO
kputepust [llanupo-Yunka (npu uducne uccienyembix MeHee 50) WM Kputepus
Konamoroposa-CmupHoBa (ripu unciie uccienyemoix 6onee 50). KonnuectBeHHbie
MoKa3aTelld, WMEIOIMEe HOPMaJbHOE pacHpeleieHhe, OMUCBIBAIM C MOMOILBIO
cpenHux apudpmeTndecknx BenuuuH (M) M cTaHAApTHBIX OTKJIOHeHU#U (SD),
rpanul; 95% nposepurenbHoro uHtepBasa (95% [U). B ciydae orcyTcTBUS
HOPMaJIBHOTO paclpe/iefieHUs] KOJIMYECTBEeHHbIE JaHHbIE OMHUCHIBAIM C TIOMOIIBIO
meauanbl (Me) u HuxkHero u BepxHero kBaptwied (Q1 — Q3). KareropuasnbHbie
JaHHBIE OMUCHIBAJIM C yKa3aHWeM aOCOJIOTHBIX 3HAYEHHH W MPOLEHTHBIX J0JIEH.
CpaBHeHHMe [ByX TpyIIl IO KOJWYECTBEHHOMY IIOKa3areiio, HMMEeIoIIeMy
HOpMaJIbHOE pacrpesiesieHle, Py YCJIOBUU PaBEHCTBA AUCIIEPCHMA BBIMOIHSIOCH C
noMoIplo t-kputepusi CTBIOZEHTA, NMPU HEPABHBIX JUCIIEPCUSX BBIMOJHIIN C
nomouipio t-kputrepuss Yosnua. CpaBHeHHE JABYX TPYIHIl IO KOJHYECTBEHHOMY
MOKa3aTello, pacipeneieHle KOTOPOro OTJIMYAIOCh OT HOPMaIbHOTO, BBITOJIHSIIH

¢ nomotbto U-kpurepust ManHa-Y UTHH.

CpaBHeHHE TPOLIEHTHBIX [OJIEW TpU aHaJKM3€ YEThIPEXMOJIbHBIX TaOJIHMII
COIPSDKEHHOCTH BBINOJIHSUIA € TIOMOILBIO KpUTepusi xu-kBaapaT [lupcona (mpu
3HAYEHUsAX OxXujaaemoro sisaeHus Oonee 10), TouHoro kputepust @uumepa (npu
3Ha4YeHHUAX oxuzaaeMoro sBieHus MeHee 10). CpaBHeHHe NMPOLIEHTHBIX J0JEH MpH
aHaJM3€ MHOTIOMNOJBHBIX TaOJIHUI] CONPSDKEHHOCTH BBITOJHSUIA C  [TOMOLLBIO

Kputepus xu-kBaapar [Iupcona.

JlnarHocTryecKass U IPOrHOCTHYECKAss 3HAYMMOCTh MCCIIEIYEMBIX ITOKa3aresei
ouenuBanacek ¢ nomompo ROC-ananusza. Pasnensiomiee 3HaueHHe HCCIIELyEMbIX
MoKasareyied B To4ke IepecedeHus (cut-off) ompenensioch 1Mo HauBbICIIEMY
3HayeHntro  uHAekca IOgnena. Jlnsg  ompeneneHWs — KOppeNsLMH — MEXIY

KOJIMYCCTBCHHBIMHA IIoOKa3aTCJIsIMH C HOPpMaJIbHbIM pacpenaejieHuemMm



UCTIOJIb30BAIaCh OLEHKA HANpPaBJIEHHOCTH M TECHOTHI CBS3U C  TIOMOLIBIO
kodpdurmenta koppensuun ITupcona. [lpu OTIMYHOM OT  HOPMATBHOTO
pacrpeieIeHns KONUYECTBEHHBIX T0Ka3aTeNe, OLeHKa MPOBOAMIACE C TIOMOIIILIO
Kod(duurenta panroBoii koppensuuu CrupMena. C HCMONB30BAHMEM METOJA
JMHEHHON  perpeccud  ObUIM  pa3pabOTaHbl  MPOrHOCTUYECKHE  MOJIENH,
XapaKTepU3yIOIHe 3aBUCHMOCTh KOJIMYECTBEHHON [IEPEMEHHOM OT (haKTOPOB.
JIn4HbIH BKIAX COHCKATE/IS COCTOUT B:

BBIOOpE TEMBI NUCCEPTallMH, ITOCTAHOBKE LIEIH ¥ 3aad, pa3paboTke au3aiiHa
MCCIIe/IOBaHMUsI, OTOOPE M CHCTEMATH3alMU [IaHHBIX HAYYHOH OTEYeCTBEHHOH W
3apyOeXKHOM JIUTEpaTypsl [0 TeMe MUCCEePTALMH W  aHANM3e  KIHHHUKO-
AHAMHECTHYECKUX JIaHHBIX. ABTOPOM TPOBOJMIOCH y4acTHEe B MOAOOpE W
00CI/Ie/0BaHMH MALMEHTOK, BEIEHUH UX OEpeMEeHHOCTH, NPEUHAYKIIMK POJIOB,
pozopaspeIeHnt YacTH NMalMeHTOoK, a Takxke 3a60pe GHOIOrHYecKoro Matepuana
(3a00p KpOBM MaTepH, IyMOBUHHON KPOBH, IUIOJHBIX 000J0YEK U MHOMETpPHUSI) C
NOCIEAYIOMMUM €ro UCClIeoBaHueM. ABTOPOM MPOBENEH aHAINU3 MeAULMHCKOMN
AOKYMEHTAIIMH, CTAaTUCTHYeCKas 0OpaboTKa M Hay4HOe 0OOOIIEHHE TTOTyYeHHBIX
pe3yslbTaTOB ¢  MOCHEAYIOUMM HM3JI0KEHMEM B AWCCEpPTAalMU. ABTOPOM
CaMOCTOSITENIbHO HANMCaH TEKCT JHMCCEpTaluM, aBTopedepar, cHOpMHUPOBAHBI
BBIBO/IbI, MPAKTHYECKHE pPEKOMEHJAllM{, HayYHble [OJIOXKEHUS. ABTOPOM

MMOATOTOBJICHBI Hy6HI/IKaIII/II/I I10 TEME HCCJIEAOBaHUSI.

HpOGKT 3aKJIFOY€HUS OUCCEPTANMOHHOI'O COBETA IMOATOTOBUJIM UJICHBI

auccepranuoHHoro coseta 21.1.022.01:

JOKTOP MEIMIMHCKUX HayK, mpodeccop ITexapeB O.I'

JIOKTOP MEAULMHCKUX HAYK, Ipodeccop Qj V_KQM qc,%/xozmcaelaa 3.C.

cC JrotiorHuK B.JI.
JOKTOp MEAULMHCKUX HayK, mpodeccop q\) kw\/Q (\/\M



