3AKJIFOUEHME JIMCCEPTALIMOHHOT'O COBETA J1 208.072.16 HA FA3E
OEJIEPAJIBHOI'O F'OCYJJAPCTBEHHOI'O BIOKETHOI'O
OBPA3OBATEJIbHOI'O YUPEXJIEHNS BBICILIEI'O OBPA3OBAHUS
«POCCUMCKUN HALIMOHAJIbHBIN CCJIEJOBATEJILCKUN
METUIIMHCKIIM YHUBEPCUTET UMEHU H.U. IIMPOI'OBA»
MUWHUCTEPCTBA 3JIPABOOXPAHEHM S POCCHICKOM ®EJIEPAIVN I1O
JIMCCEPTALIMM HA COUCKAHUWE YYEHOM CTEIIEHU KAHJIUJTATA
HAVK

ATTCCTAlMOHHOC €10 Ne

pelenne aguccepradoHHoro cosera oT 05.03.2019 1. Ne 5

O npucyxnenuun bapkoBy Wnbe [OppeBuuy, rpaxnannny Poccuiickoi
®depnepanuu, y4eHOU CTENEHU KaHIuaTa MeIUIIMHCKUX HayK.

Muccepranus «CoBeplIEeHCTBOBAHHE CHUCTEMBl IPEHATAJbHOIO CKPUHHUHIA
aHeyIJIONANH IUIoJa Ha ocHOBe aHanusa BHekJeroyHou J[IHK kpoBu martepu» mo
cenuanbHocTy 03.02.07 — 'enetuka npunsara k 3amurte 18.12.2018 r. mpoTokos Ne
7  nucceprauvoHHbIM  coBetoM  [[208.072.16 Ha Gaze  DenepasbHOTrO
roCyapCTBEHHOT0  OIO/KETHOro  00pa3oBaTENbHOTO  YUPEXIEHUS  BBICLIETO
oOpazoBanusi «PoccuUiiCKUil HalMOHAJIBHBIN HCCIENOBATENbCKUM MEIUIIMHCKUIMA
ynusepcuteT umenu H.U. [Iuporosa» MunucrepcTsa 3npaBooxpasnenus Poccuiickoin
®enepanuu (npukaz Ne 506/Hk ot 24.05.2017 r.), anpec: 117997, r. Mocksa, yi.
OcCTpoBUTSHOBA, 1. 1.

Couckarens bapkoB Unes IOpseBuu, 1964 roma poxaenus, B 1990 ronmy
OKOHYMWJI MeJuKo-Omosoruueckuit QakynabTeT 2-ro MockoBckoro opjaeHa JleHuHa
rocynapcTBeHHoro meauuuHckoro wuHctutyta umeHn H.M. Iluporosa. Ilocrie
OKOHYaHus HHCTHUTYyTa ¢ 1990 r. mo 1995 r. pabGoTan Mo rocyaapCTBEHHOMY
pacmpeneneHd0 B MenUKo-TeHeTUYeCKOM ILeHTpe MOCKOBCKOTO 00JIaCTHOTO
Hay4yHO-UcclieoBarebckoro neruryra uM. M.®. Braagumupckoro (MOHIHMKN) B
JIOJDKHOCTH Bpaya-inabopaHTa-reHetuka. C 1995 rogma mo Hacrosimee BpeMs

pa60TaeT B JOJDKHOCTH HAYYHOIO COTpPpYIOAHHKA na6opaT0pHH MOJICKYJISIPHO -



redetnyeckux Merogos ®I'BY “HMUI] AITI um. B.M.Kynakosa” Munsapasa
Poccuun.

Juccepranys BeimonHeHa B DefepalbHOM TOCYIapCTBEHHOM OMOIKETHOM

yupexxaennn  «HainuoHanbHBIR — MEIMUMHCKMM —~ HCCIENOBaTeJbCKUM  LEHTp
aKyLIepCcTBa, TMHEKOJNIOTHH W IIepHHAToNorud uMeHH akagemuka B.M. Kynmakosay
MunucTepcTBa 3apaBooxpanenus Poccuiickoit @enepanuu.
Hayunble pyKOBOAMTENH: JIOKTOp MEIULUUHCKUX HAyK, CTapliuii Hay4HbIHA
COTPYIHUK OTHCNIEHHS KIMHUYeCKod reHeTHKH MHCTHTyTa penpoayKTHBHOM
redetikd OI'BY “HMUIL] AITI um. B.M. KynakoBa” MunsgpaBa Poccun
KapernukoBa Hatanust AjekcaHIpOBHA; JOKTOpP OMOJIOTMYECKHX HayK, Mpodeccop
PAH, mupexkrop MHcTtuTyTa penpomyktuBHo# renetuku ®I'BY “HMHUIL AI'TI um.
B.M. Kynakosa” Munsapasa Poccun Tpodumos Imutpuii IOpbesuu.

OdunranbHble ONMOHEHTHI:

Ilerpun Anekcanap HukonaeBnd - JOKTOp MEIULMHCKHUX HayK, Ipodeccop,
BelyIlHMil Hay4yHBIA COTPYIOHUK JIaOOpaTOpud  MOJIEKYJISPHO-OHOJOrMYECKUX
UcciaefoBaHuil  oTaena  QyHmaMeHTanbHBIX — mccnenoBanuir  @I'BOY  BO
«MOCKOBCKHM TOCYIapCTBEHHBIH MEIUKO-CTOMATOJIOTHYECKUN YHHBEPCUTET WM.
AN. EsnokumoBa» MuHHCTepcTBa 3paBooxpaHenus Poccuiickoit ®enepannu,

Yepubix BsiuecnaB bopucoBuY - JOKTOp MEIMLIMHCKUX HayK, 3aBEIyHOLIUi
naboparopuei TeHETUKHU HapylIeHUu’ PEnpOIyKIIUN ®enepanabHOTrO
rOCyJapCTBEHHOI'0 OO/KETHOIO0 Hay4yHOIO Y4pexAeHUs "Meauko-reHeTHuecKui
Hay4HbIN HEHTpP" Jaly MOJIOKUTEIbHbIE OT3bIBBI Ha IUCCEPTALUIO.

Benymass  opranuzanusi: ~@enepasbHoe  IOCyAapCTBEHHOE  aBTOHOMHOE
oOpazoBaTesibHOE yupeX/JIeHHe BbIclIero obpazoBaHus "Poccuiickuil yHUBEpCUTET
IpyxObl  HapomoB" (r. MockBa), B CBOEM IIOJIOKUTEIBHOM 3aKJIIOUEHUH,
nonnucaHHeIM A30Boit ManuHoit MyxaMeloBHOM — JOKTOPOM OHMOJIOrMYECKUX Hayk,
npogeccopoM, 3aBeyoIuM Kadeapoii OM0I0ruy U 001Iell FTeHeTUKH MEIUIIMHCKOTO
nHctutyra ®I'AOY BO PY/IH (mpotoxon Ne 0300-05-04/6 ot 13 despans 2019r.),
yKaszaja, 4TO  JucceprandoHHas  pabora  bapkoBa Mmem  HOpbeBuua
«CoBeplIeHCTBOBaHNE CUCTEMBI NIPEHATaJbHOTO CKpUHUHTA aHEYIUIOUIUHN Ijoa Ha

OCHOBE aHaJli3a BHEKJICTOYHOM I[HK KpOBH MaTe€pu», MpPEACTaBJIICHHAs] K 3alllUTEC Ha
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COMCKaHHWEe YYEeHOW CTeNMeHHM KaHAuJaTa MEIHWLHMHCKUX HayK II0 CIIENHaJIbHOCTH
03.02.07 - reHeTHWKa, SBJISETCS CaMOCTOSITEJIbHBIM 3aKOHUEHHBIM Hay4HO-
KBaJMGUKAIIMOHHBIM HCCJIEIOBAaHUEM IO aKTyalbHOH TeMe, pe3ylbTaThl KOTOPOM
HMEIOT CYIIECTBEHHOE 3HaueHWe JUIsi COBPEMEHHOH TreHeTHKH. B uccienoBaHuu
Bbapkosa Unbu KOpbeBuya ycnenrHo peleHa akTyajgbHas 3aada, 3aKloyarolascs B
yIy4llIEHUd KayecTBa TMpPEHaTaJbHOTO CKpPUHHUHra OepeMEeHHBIX > KEHILHUH,
OpPOBOAMMOIO C LI€NIbIO BBISBIEHUS XPOMOCOMHOM marosjorud y tona. llo
aKTyaJlbHOCTH, HAay4yHOH HOBHU3HE, TEOPETHUYECKOM U MpaKTUYECKOW 3HAYMMOCTH,
JOCTOBEPHOCTH  TIOJIyUEHHBIX  pe3yJbTaTOB U  OOOCHOBAaHHOCTHM  BBIBOJIOB
nucceprandonHas pabora bapkoBa Unbu IOpreBrHua cooTBETCTBYET TpeOOBaHUSIM
nyHkta 9 «llonoxxeHuss 0 NPHUCYXXIEHUU YYEHBIX CTENEeHei», yTBEp>KIEHHOIO
[TocranoBnenuneM IIpaBurensctBa Poccuiickoit @enepanum Ne842 ot 24.09.2013r (B
penakuuu mnoctaHoBieHus IlpaBurtenbctBa Poccuiickoit ®Depepanuu Nel168 ot
01.10.2018r.), mpeabsBIseMbIM K JUCCEpPTAllUsIM Ha COMCKaHHE YUYEHOH CTeleHH
KaHauJaTa MEQUIMHCKUX HayK, a caM aBTOp 3acly>KUBaeT MPUCYXACHUS YUeHOM
CTENEeHU KaHIuaaTa MeAUIUHCKUX HaykK 1o cnenranbHocTd 03.02.07 - reHeTuka.

Couckarens nmeet 19 ony0inKoBaHHBIX padOT MO TeMe AUCCEPTAllUU, B TOM
yncie § paboT, onmyOJUKOBaHHbBIE B PElIEH3UPYEMBIX Hay4YHBIX H3naHusX, 10 pador
IpelCcTaBlieHbl B MaTepHalaxXx Hay4YHO-NPAaKTUYECKUX KOH(EepeHLIUH U Cbhe3O0B.
[IyOnukanuu NOCBSILIEHbl BOMpPOCaM MPEHATaIbHOTO BBHISBJICHUS XPOMOCOMHOMR
NAaTOJIOTUH y MJI0/1a, B IEPBYIO OUepeb C UCIOJIb30BaHNEM HEMHBA3UBHBIX METOJIOB,
NPUMEHEHUIO HOBBIX TMOJIXOJOB K IIPOBEIAEHUIO MpEeHaTaJlbHOr0 CKpUHWHTA
XPOMOCOMHOM  NaTOJIOTUM C  HUCIOJb30BAaHUEM  BBICOKOMPON3BOJUTEIHHOTO
CEKBEHHpPOBaHUs M TIOHUCKAa MyTedl HUX coBepluleHCTBOBaHUA. VccnenoBaHue
NalMEeHTOB, aHaAJIN3 MOJYYEHHBIX pe3yJbTaTOB U HAaIUCAHUE CTAT€d OCYIECTBJIEHBI
JM4HO couckareneM. OOummi oObeM myOnuMKanuidi cocTaBuil oKojo 4,0 meyaTHBIX
JIUCTOB U COJepXUT 86 Y% aBTOpCKOro BKIaAA.

Haun6Gonee 3HaunMble HayyHBIe pabOTHI [0 TEME AUCCEPTALIUU:

[.'T. Cyxux, I.IO. Tpopumon, N.IO. bapxoB u np. Hoble momxomsl k
MPOBEJICHUIO MPEHATAIbHOTO CKpUHHUHTa XpoMocomHoi#t naronoruu: JJHK-ckpuHUHT

[0 KPOBU MaTepu. AKyLIEpCTBO U rHHeKoyorus. - 2016. - Ne 8. - ¢.72-78.



J. Shubina, D.Y. Trofimov, 1.Y. Barkov, et al. In silico size-selection 1is
effective in reducing false positive NIPS cases of Monosomy X that are due to
maternal mosaic Monosomy X. Prenatal Diagnosis. - 2017. - T.37 - Ne13 — ¢.1305-
1310.

N.IO. Bapkos, E. lllyouna, O.K. Ctynko u ap. [InanestapHbliit Mo3auiu3m mno
XpOMOcOMe 7, BBISBIIEHHBI IO pe3yjibTaTaM IOJHOTEHOMHOT'O HEHWHBa3WBHOTO
JAHK-ckpuHuHra aHeymiouaui IJofga IO KpPOBH MaTepH. AKyIIepcTBO H
ruHekosnorus. - 2018. - Ne 10 - ¢.59-63.

Ha nuccepranuio u aBropedepar nocTymnuiId OT3bIBBI OT:

bapanoBo#i Enennl EBrenbeBHBI - KaHAWIAaTa METUIIMHCKHUX HAyK, IOIIEHTa
xadenpsl MeguuuHckoi rereruku OI'BOY IO PMAHIIO Muusapasa Poccun
(r.MockBa).

Ot13bIB Ha aBTOpedepaT CONEPXKUT OLICHKY aKTyaJlbHOCTH IMPENCTaBIEHHOTO
HCCJIEJOBAHMs, HAy4YHOM HOBU3HBI U IPAKTUYECKOM 3HAYUMOCTH IIOJYyUYEHHBIX
pesysbTaToB. OTMEYaeTcs, 4YTO JUCCepTAllMOHHAas paboTa BHINOJHEHA HAa BBHICOKOM
HayYHOM YpPOBHE U COOTBETCTBYET TpEOOBaHUSM, NpEbsBIIEMbIM K paboTam Ha
COMCKaHHe y4YEHOH CTENeHU KaHIuAaTa MeJUIIMHCKIX HayK.

MuponoBa KoncrantHa OreroBudya - JIOKTOpa MEAMIHUHCKHAX HAayk,
PYKOBOOUTENS Hay4yHOM Tpynmbl pa3pabOTKHM HOBBIX METOJOB  BEISBIICHHS
renernyeckux nonuMmopdusmoB OBYH “llentpanpueii HUM Onuagemuonorun”
Pocnorpebuanzopa (r.Mocksa).

Or3piB Ha aBTOpedepaT COAEPKHUT OLEHKY aKTyaJbHOCTH IIPEICTABIEHHOTO
UCCJICIOBaHUs, HAyYHOHM HOBU3HBI M MPAKTUYECKOW 3HAYUMOCTH IOJIyYEHHBIX
pesyabraroB.  OrTmedaeTcs, 4YTO  aBTOPOM  JUCCEPTAI[MOHHOM  paboTHI
IPOAEMOHCTPUPOBAHO KJIMHHMYECKOE 3HaueHue aHanmuza 1uiomosoii JHK
IPEJIOXKEH CIO0COO OLIEHKH MaHHOTO MapaMeTpa BHE 3aBHCHMOCTH OT IOJIa IUIOJA.
Taxoxe oTMedaercs, 4To OBUIO OMpeaeNeHO OTCYTCTBHE BIUSHUS HHIEKCAa MAcChI
TeJla Ha JUArHOCTUYECKHE II0KA3aTeNIl MCCIeOBaHUs U INPEMJIOXeH CIocod
IIPOUCXOXAEHHS (OT MaTepU UJIH OT IUI0JA) aHEYNILIOMAHBIX KIETOK, YTO ITO3BOJISET
YMEHBIIUTE YHUCJIO JIOXKHOIOJOXKUTENBHBIX PE3YJIbTaTOB U TEM CaMbIM YBEIMYHUTH

IMIPOTHOCTHUYCCKYIO ICHHOCTDH MOJIOXKUTEJIBHOIO pe3yJbTaTa.



Ckpsibuna Hwukomas AnekceeBMya — KaHAuZaTa MEIULUHCKUX Hayk,
PYKOBOIUTENs Jiaboparopud MoueKynspHoi nuarHoctukun HHMM  memnuuuHCcKoM
redetkud Tomckoro HUMI] (r.Tomck).

OrMeuaeTcs, 4TO AMCCEpPTAllMOHHAs paboTa OCyLIeCTBI€HAa Ha OOLIMPHOM
KJIMHUYECKOM MaTepuaye, ¢ IpHUBJIEYEHHEM KOMIJIEKCa COBPEMEHHBIX METOJOB
uccienoBanus. B pesynbrare BolonHeHUs padoThl mokaszaHo, yto JHK-ckpunuHr
aHeyIUIOUIUM IIoJa Mo KPOBHM Marepu 00JialaeT TOCTATOYHBIMHM I1OKa3aTesMU
YyBCTBUTEJIIBHOCTH U CHEUU(GUYHOCTH, UTO TMO3BOJSIET pPEKOMEHJIOBaThb €ro
npUMeHeHne OepeMeHHBIM JKeHIIMHAM KaK C HU3KUM, TaK U C BBICOKAM PUCKOM IIO
pe3yspTaTaM KOMOMHHpoBaHHOro cKpuHuHra I u Il tpumecrtpos. /lucceprannoHHas
paboTa COOTBETCTBYeT TpeOOBaHHSM, MPEAbsBISEMbIM K paboTaM Ha COHCKaHUE
Y4E€HOU CTeNeHU KaHAuaaTa MeIUIIMHCKUX HayK.

bapanoBa BnamucnaBa CepreeBuua - JOKTOpa MEIUIMHCKUX Hayk,
3acly>)K€HHOTO JesATeNlsl Hayku, uJieHa-KoppecnoHaeHta PAH, 3asepgyromero
naboparopueii npenatanbHoit nuarHoctuku OI'BHY “HUM AT'uP um. J[.0.OtTa”
(r.Cankrt-IletepOypr). OT3bIB TakXXe MOJOXUTENIbHBIH, HO COJNEPXUT KPUTHUUECKUE
3aMe4aHUs U BOIIPOCHI.

B oT3biBe oTMeuaercs, YTO COHMCKarejleM IpoBeleHa Oojblias padoTa Mo
Banmuaanuu JIHK-ckpuHUHra Ha KOHTPOJIbHOM BEIOOPKE C U3BECTHBIMH Pe3yJIbTaTaMU
WHBAa3UBHOW  AMArHocTUkU.  [IpoaHanu3mpoBaHbl  NPUYHUHBI  PACXOXKIICHUS
pesynbratoB  HHUIIC u cramapTHOro KapUOTUNIHUPOBAHUS, [OaHbl OrPaHUYEHUS
MeTo/1a, pa3paboTan crnocob onpenenenus noiau mionosoit JJHK, kotopas siBnsercs
KJIFOUEBBIM [1apaMeTpPOM BAJIMIHOCTU TecTa. B OT3bIBE MPUBOAUTCS psJl BOIPOCOB U
3aMeyaHui. CTaBUTCS BONpPOC, IOYEMY HE BCe 3asBIIEHHBbIE B MOJpasiele
MaTEPUAJIOB U METOA0B 00pa3Ilbl BOIIUIN B GUHAIBHYIO Ta0IHMNY 4; YKa3bIBAETCS, YTO
IpU OLIEHKE BIUSHHUS CpOKa OepeMeHHOCTH Ha JOJI0 (eTalbHOW (Gpakliud B3ATO
HEJI0CTaTOYHO 00pa3loB Ha MO3IHUX CTaausx OepeMeHHOCTU. [TogHUMaeTCs Bompoc
O IIOJIOBBIX XpOMOCOMAax IIpH aHaJM3€ IBOEH, a TAaKKe BO3MOXHO JIM YCTaHOBUTH
“paspernaroinyro” crnocoOHocTb Merona. OAHaKo, MpU 3TOM YKa3bIBAETCS, YTO
HECMOTpsl Ha BBICKa3aHHbIE 3aMeydaHusi, BCE UCClIeIOBaHUE BBINOJHEHO Ha BBICOKOM

MCTOAHMYCECKOM YPOBHE C HCIIOJIb30BAHUEM COBPEMEHHBIX METOJOB, ITPAKTUYECKAsl U
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Hay4Has [IEHHOCTD IUCCEPTAIOHHON pabOTHI HE BBI3bIBAET COMHEHMI, OHA SABJISETCS
CaMOCTOSITEJIbHBIM, KBaTHU(QHUIMPOBAHHBIM HAyUHBIM TPYIOM, COOTBETCTBYET BCEM -
tpeboBanusM BAK u 3aciyxuBaeT NpUCBOEHHS aBTOPY YYEHOH CTEINEHU KaHIuaaTa
MEIUIUHCKUX HayK 1o cnennanbHocT 03.02.07 — reHeTuka.

VYkazaHHbIE BBIIIE OT3BIBBI IOJIOXKUTENIbHBIE, KPUTUUECKHX 3aMEUaHUM He
cozepikar.

Bb160p opunuanbHeIX ONMOHEHTOB 0OOCHOBBIBAETCS HAIMUMEM MyOJIMKaIUi

M0 TeMaTUKe MPeCTaBIeHHOM K 3alllUTe JUCCEepTAllH B PELEH3UPYEMBIX XypHalax,
BBIOOp Beaylleil opraHu3alyuy — LIMPOKO U3BECTHBIMU JOCTM)KEHUSIMU B 00yacTu
Je4yeOHO-TMarHOCTUYECKOM MOMOIIY U SKCIEPTU3€e KauecTBa OKa3aHUs MEAUIIUHCKON
MOMOIIIH.

JluccepTallMOHHBI COBET OTMEYaeT, YTO Ha OCHOBAaHUU BBINOJHEHHBIX
COUCKaTesieM UCCe0OBaHMil:

pa3zpaboTaHa MeTOJMKa, MO3BOJISIOLIAsl yCTaHaBIMBaTh noito miuonosoi JIHK
HE3aBUCUMO OT TIPUCYTCTBUS Y-XPOMOCOMBI, IIOCPEIACTBOM HCHOJIb30BAHUS
OIHOHYKJIEOTUIHBIX  MOJUMOPGU3MOB,  TNPOU3BEAEH  BBHIOOp  KOHKPETHBIX
OJTHOHKYJICOTUIHBIX MOIUMOP(HU3MOB IJIsl onpeseneHus n1ouu mionosoit JTHK;

NpEeJIOKeHbl METOJUYECKNEe MOAXObI, MO3BOJISIOLINME pa3IndyaTh MO3aULIM3M
IJI0JTOBOIO YU MAaTEpUHCKOTO MPOUCXOXKIEHHUsS, a CJIeOBAaTEIbHO MHUHUMHU3UPOBATH
KOJINYECTBO JIOXKHOMOJIOXKUTENbHBIX pe3ynbTaToB JJHK-ckpunuHra;

JnoKazaHa Bo3MOXHOCTh mnpuMeHeHus JIHK-ckpununra c wucnonbszoBaHueMm
MOJHOTEHOMHOTO MOAXOJa JJisi BBISBICHUS KIMHUYECKH 3HAQUUMBIX YaCTUUYHBIX
aHEYIUIOUINM;

JI0Ka3aHO OTCYTCTBUE 3HAaUMMOM Koppensuuu noiu miogosoi IHK co cpoxom
OepeMEeHHOCTU B pekoMeH0BaHHbIN 15 mpoBeaenus: [JHK-ckpununra nepuon c 11
no 18 Hexento OepeMEeHHOCTH;

nokazano, uto JIHK-CKpUHUHI MOXXHO TPUMEHSTh NpPU MHOTOILUIOAHOU
OepeMeHHOCTH;

BBEJIEHbl HOBBIE TEPMUHBI: IpPH NPOBEAEHWU HEUMHBA3UBHOI'O MPEHATaJIbHOIO
CKpUHMHIa aHeyIJIOMAWM IUloda Ha OocHoBe aHanmu3a BHekjerouHoil JIHK kposu

Marepu npuMmeHeHsl ooo3Hauenus J{HK-ckpununr, HUIIC.



Teopernyeckast 3HAUUMOCTh HCCIIeI0OBaHUsI 00OCHOBaHa TeM, YTO:

JI0OKa3aHbl BBICOKHE YyBCTBUTENBbHOCTh M creuuduunocts JIHK-ckpununra c
IOMOILBIO NpPOBENEHHOM BIepBble B Poccum nabopaTopHO#l Bamupanuy Kak Ha
KOHTpPOJIbHOM  BbIOOpke 13 349 00pasioB C U3BECTHBIMU  pe3yjibTaTaMU
IpeHaTalbHOW UHBA3UBHOM NMAarHOCTUKHU, IPU 3TOM 63 00pasna ObIIN JOCTABJICHb! B
naboparopuro ynaieHHo, 104 obpasua uMenn XpoMOCOMHbIe HapyuieHus mo 21, 18,
13 ¥ moNOBBIM XpOMOCOMaM, TaK U B pamMKaxX NPOCHEKTHBHOI'O HCCJIEIOBAHUs, Ha
BbIOOpKE U3 1145 00pa3noB ¢ U3BECTHBIMHU UCXOJaMU OEpEeMEHHOCTY;

NPUMEHUTEIBHO K MpoOJieMaTHKe AUCCEepTallid pe3ylbTaTUBHO HCIOJIb30BaH
KOMILJIEKC COBPEMEHHBIX MOJEKYJISIPHO-TEHETUYECKUX, KIMHUKO-IA0OpaTOPHBIX U
KJINHUKO-aHAaMHECTUYECKUX METO/I0B UCCIIeI0BaHUM;

JI0OKa3aHO HaJIM4Me CYIIECTBEHHOIO BKJIaJla KapUOTUIIA CaMOM >KEHIIWHBI,
MO3aulM3Ma IJIALEHTH! U IJIOAA B CIIyYasiX C JOXKHOIOJIOXKUTENbHBIMHU PE3yJIbTaTaMU
JAHK-cxprnuHra;

J0Ka3aHo, 4To Hu3Kasg pons mioposod JIHK u mozammusm minoma moryt
NPUBOJIUTH K JIOKHONOJOXUTEIbHBIMU pe3yabTatam JJHK-ckpunuHra;

U3JIOKEHBl MOAXOJbI, IMO3BOJISIIOLLIME MOBBICUTH TOYHOCTh IPOBOJAUMBIX
UcclieIoBaHuM, ompezeneHbl (akTopbl, KOTopble BIUst0T Ha pesdyhbrarhl JIHK-
CKpUHHUHTIQ;

packpsbiTa 3aBucuMocTh foJd mronosoit JIHK ot Beca u UMT nmaunenTos;

u3ydeHa B3auMocBs3b noiu mionosoi [IHK u cpoka 6epemeHHoCTH.

3HaveHHe MOJIyYeHHbIX COUCKATENEeM Pe3yJIbTaTOB UCCAEAOBaHUS ISl IPAKTUKU
HOATBEPXKIAETCS TEM, YTO:

Pesynbrars! uccnenoBanust onoopens! YuensiM Coetom OI'BY “HMUILL AI'TI
uMm. B.U. Kynakosa” Munsznpasa Poccun u npuMeHsitoTcs B MpakTudeckoil padote
WHCcTHTyTa pEenpoayKTUBHONH TE€HETUKU, B padoTe 2-ro aKylIepCcKOro OTHAeNeHUs
NIaTOJIOTUH OEpEMEHHOCTH, a TakKe UCIOJIb3YIOTCS B yUeOHOM IIpoliecce Ha Kadenpe
aKylIepcTBa M THMHEKOJIOTMHM JenapTaMeHTa HpodeccCHOHaJbHOro 00pa3oBaHUs
OI'bY “HMHI] AI'Tl um. B.M. KynakoBa” Munznpasa Poccun u B HayuHoO-

npousBoacTBeHHol aestenbHoctd OO0 “HITO IHK-Texnonorus”.



[IpencraBieHsl MeToqMUecKie pekoMeHaanuy “‘HenHBa3sMBHBIN NpeHaTaTbHbIN
JIHK-ckpuHMHT  aHEeyIUIOMAMH  IuIoda IO KpOBM ~ MaTepd  METOJOM
BBICOKOIIPOM3BOIUTENIBHOTO ~ CEKBEHUPOBAHUS ,  YTBEP)XKIEHHblE  PoccHiicKuM
OOIIIECTBOM aKyIlIepOB F'MHEKOJIOTOB.

[lomyuen mareHT RU2016152686A "Cnoco® ompeneneHdss MCTOYHUKA
aHEeYTJIOMIHBIX KJIETOK IO KPOBU O€peMEHHO >KeHILUHBI .

OneHka 1O0CTOBEPHOCTHU PE3yJIbTAaTOB UCCIEN0BAaHNUS BbIIBHIIA:

WccrnenoBanne ~ BBIMOJIHEHO ~ Ha  TNPENCTAaBUTENBHBIX  BBIOOPOYHBIX
COBOKYITHOCTSIX, Bcero OblI0 uccienoano 1918 oOpasuos BHeknerounoit JIHK,
IOJIyYE€HHBIX OT [TallMeHTOB Ha pa3HbIX CpoKax recTallvu, U3 HuXx 477 oOpas3ioB ObuH
IpeloCTaBleHbl B Jlabopartopuio  ynaneHHo, 1441  oOpasen  moJiydeH
HenocpeactseHHo B ®I'BY "HMMUIL] AI'TI um. B.U. Kynakosa" Munzapasa Poccuu.
OOb1ee konuuecTBO HccienoBaHHbIX c npuMeHeHueM JIHK-ckpuHuHra o6pasios
KpOBHU B 2-X PETPOCIEKTUBHBIX Ipynnax coctaBuio 349, u3 Hux 104 obpasna kposu
NalKEeHTOB, BRIHAIIMBAKOIIKUX IUIOJOB ¢ XpPOMOCOMHBIMY HapylleHusMu 1o 21, 18, 13
U IIOJIOBBIM XPOMOCOMaM, YTO HOIATBEpXKIeHOo KapuotunoM. Ilpu stom 63 obpasua
JOCTaBJIeHBl B  JIabOpaTOpHIO  yAaJ€HHO, U3 HHUX C IOJATBEPKIECHHOU
KapUOTUIIMPOBaHUEM XPOMOCOMHOM IATOJIOTHEH - 22. B MpOCIEKTUBHON IpynIe u3
1155 ob6pa3uoB B 27 obOpasuax uMenuch HapyueHus no 21, 18, 13 u nmonoBsiM
XpoOMOCOMaM, KOTOpble ObUIA MOATBEPXKACHBI KApUOTUIIOM. ABTOPOM HCIOJIb30BaHbI
COBpeMeHHbIe METOIUKU cOopa 1 00pabOTKU UCXOIHOTO MaTepHuaa.

PesynbTaTh! HccienoBaHus NOIy4YeHbl Ha CepTU(GUIMPOBAHHOM 000pYyIOBAaHUU
C IPUMEHEHHEM Hay4yHO 00OOCHOBAHHBIX 3KCIIEpUMEHTAIBHBIX METOAUK: OOBIYHOIO U
MOJIEKYJIIPHO-TeHeTUUeCcKoro KapuotunuposaHus, merona FISH, momumepasznoit
uenHoit peaxknuu, QF-PCR, Bricokonpou3BoauTensHoro ceksenuposanus. [lokasana
BOCIPOU3BOAMMOCTb  pE€3yJbTaTOB B DPa3iMYHBIX  YCJIOBUSX,  BKJIIOYAsd
TPaHCIIOPTUPOBKY U MJUTENbHOE XpaHeHHe oOpasuos BHekserouHoit JIHK. [lns
oOecreueHus! JOCTOBEPHOCTH pe3ysIbTaTOB MCIOJIb30BAaHbl KaYeCTBEHHbIE PEaKTUBBI
U pacxoanble Marepuanbl. OOpaboTka NONYYEHHBIX [aHHBIX MpOBeleHa C

HUCITOJIB30BAHUEM COBPEMECHHBIX CTATUCTUYCCKUX METOJ0B.



Wnes o mpoBeldeHWH HewHBasuBHoOro mnpeHaransHoro JHK-ckpunuura mo
KPOBH MaTepd OasupyeTcsi Ha JaHHBIX OOJBLIOrO YMCiIa aBTOPUTETHBIX Hay4YHBIX
U3IaHui, paboT 3apyOeXHBIX U POCCHUHCKUX YYEHBIX, B KOTOPBLIX PacCMOTPEHBI
pasinuHble acmekThl HUpKysauuu BHekserounod JIHK miaona B xpoBoTOKe MaTepu
Ha pas3TUYHBIX JTanax OepemMeHHOCTH. IIpoBeneHo cpaBHeHHE DeE3YyJILTATOB
HCCIIETOBAHUS C JTaHHBIMH, MOJYYEHHBIMU paHee NMpH MPOBEIEHWU HEUHBA3UBHOIO
npeHatanbHoro JIHK-ckpuHuHra B 3apy0exHbIx jJabopaTopusx. YCTaHOBJICHO, YTO
NOJIydeHHble B XOJIe¢ NPOBENEHUs] pabOThl NTaHHBIE COIJIACYIOTCS C pe3ysbTaTaMy,
IpeACTaBJICHHbIMUA B HE3aBUCUMbBIX NCTOUHUKAX MO TaHHOU TEMaTHUKe.

JInyHBI BKJIaM COMCKaTeNlsl COCTOUT B HEMOCPEJCTBEHHOM YYacTUM Ha BCEX
jTamax uccleqoBaHUsl. ABTOPOM TMpOBeAeHa CHUCTeMaTH3allusl JUTepaTypHBIX
JNaHHBIX TI0 TeMe JHUCCepTallii, CaMOCTOSATEIbHO pa3paboTaHbl qU3aitH U mporpamma
UCCJIeI0BaHMS, JVICCEPTaHT PHHAMAJ ydacTue B o0OcnenoBaHuy,
KOHCYJNbTHPOBAHUM, MJUArHOCTHKE, aHaju3e BKJIIOYEHHBIX B HCCIEJOBaHUE
PETPOCIEKTUBHBIX M TIPOCIEKTUBHBIX pE3yJbTAaTOB HCCIENOBaHUsSI MallMEHTOB.
ABTOPOM  OCYIIECTBJISUIUCH: 3a00p, MOATOTOBKA, XpaHEHHWE OHOJIOTHUYECKOro
Marepralia Ha NpeaHaIMTUUYEeCKOM 3Tale, yyacTHEe B MOJIEKYJSIPHO-T€HEeTUYEeCKUX
UCCIeIOBaHUAX. AHalM3, CTaTUCTUYecKas o0paboTka MOJYyYeHHBIX JaHHBIX
NpPOBEIEHbl aBTOPOM CaMOCTOSITEIBHO B COOTBETCTBUM C TIpaBWJIaMH U
o0ecreunBaloT JOCTOBEPHOCTh pEe3yJbTaTOB U CGHOPMYJIUPOBAHHBIX BBIBOJOB.
Onucanve ¥ myOMUKalUMs  pe3yNbTaToOB  KIMHUYECKMX U J1abopaTOpHBIX
HCCIIeIOBaHN I BBIOJHEHBI aBTOPOM JIMUHO.

Huccepranuss bapxoa WMneu HOpbeBuua cooTBETCTBYET TpeOoOBaHUSAM I1.9
[Tono>xxeHuss 0 MPUCYXJIEHUU YUYEHBIX CTeNeHel, yTBep>kaeHHoro IlocTtaHoBieHneM
[IpaButensctBa P® ot 24.09.2013 1. No 842 (B penmakuuu IlocTtaHoBieHUs
[IpaButensctBa P® ot 21.04.2016 1. Ne 335, or 02.08.2016r. No 748), B
JUCCepTallii  OTCYTCTBYIOT HEJOCTOBEpHblE CBeleHHsT 00 OmyOJIMKOBaHHBIX
COMCKaTeJIeM Y4YeHOU cTenmeHH paboTaX, B KOTOPHIX M3JIOKEHbl OCHOBHbIE HAay4HBIE

PE3YJIbTAThl IUCCEPTALIHUN.



Ha 3acemanuu 05 mapra 2019 roga auccepTalldOHHBIA COBET MPHUHSIT pelIeHre
npucynuth bapkoBy Wnbe HOpbeBHUy yuyeHyrO0 CTeleHb KaHIWaTa MEIULMHCKUX
HayK.

[Ipu npoBeneHNU TallHOTO TOJIOCOBAHUS IUCCEPTAMOHHBIA COBET B KOJIMUECTBE
17 4yenmoBek, U3 HUX S5 HOKTOpPOB HaykK no crneuuanbHoctd 03.02.07 — re”eruka
y4acTBOBAaBLUIMX B 3acelJaHWU, K3 25 dYeloBeK, BXOISAIIUX B COCTAaB COBETA,
IPOTOJIOCOBAJIM: 3a MPUCYXIEHUE YYEHOH cTemeHUu - 17, MpOTUB MNpHUCYXIACHUS

YYEHOH CTEINeHHU - HEeT, HeJIeMCTBUTENIbHBIX OIOJIIeTeHEeH - HeT.

[Ipencenarens MUCCEPTANMOHHOIO COBS¥A,-

o

LRI NOONUCH 3ABEPAN

VYEHBIT 2E4F:TAP, @TREOY BO PHUMY
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