OT3bIB O®PHIUAJBLHOTO OIMMOHEHTA
JOKTOPa MEAHUHHCKHX HAYK, I0LIeHTA IlInnosoit Hagexanl BaagnMHpPOBHBI Ha
auccepTaumio 3asesoii EnnszaBera EBreHbeBHbI
Ha TeMy «I eHeTHKO0-3MHAeMHAOJOrHYIecKas XapaKTepHCTHKA BPOXI€HHBIX MOPOKOB
pa3BuTHA Y AeTeiil B MoCKOBCKOH 06;1acTHY, NPEACTABJICHHYI0 HA COHCKAHME YYeHOi

cTeleHn KAaHANIATA METHIHHCKAX HAyK N0 cnenHaabHocTH 1.5.7. Tenernka.

AKTyalbHOCTb TeMbI HCC/IEA0BAHHS

Bposxnentsie nopoky passutis (BIIP) mopoku HrparoT KIOUEBYO POJb B OKA3ATEILIX
0BIIIECTBEHHOTO 3OPOBBS, TAKAX KaK MIIAJeHUeCKas i NETCKas CMEPTHOCTb, 3a0011eBaeMOCTB, a
TaK)Ke MHBATHIHOCT. YUMTHIBAS 3HAYMTEILHEIN MEIUIMHCKAA U CONMATBHBIA IPY3, KOTODPBIA
HecyT BIIP B momyJisumsax, TPYJAHO NEPEONEHATH BAXKHOCTh HCCIENOBAHUI B JaHHOM 06JacTH.
Ecii TaKKe y4ecTb, YTO BO3MOXHOCTH XHpyprudeckoil koppekiuu BIIP orpaHudeHsl, a AN
TIOPOKOB, COMPOBOY/IAEMBIX YMCTBEHHOH OTCTANOCTEIO, €Ll M MAJIONEPCIIEKTUBHEL, COBCPIICHHO
OYeBHIHA HEOGXOMMMOCTH pa3pabOTKM H COBEPHICHCTBOBAHHS KOMILIEKCA MEpOIPHATHH,
HANPABJICHHBIX Ha NPOQUIAKTHKY 3THX 3abonesamuil. Hawbomee meHCTBEHHBIMH MEpaMH
npopunaxtiku BIIP TpamuLMOHHO SBIAIOTCS MEIUKO-TEHETHYECKOE KOHCYIHTHPOBAaHHE H
NpeHaTanbHas TMarHOCTHKA. B COBPEMEHHBIX YCIOBHAX, B TOM YHCIE, B KOHTEKCTE Yy INCHHA
JIOCTYTIa K METMIIMHCKAM TEXHOJIOTHSM, SIHAEMUONIOTHYECKOE IOHMMAHHE PACIPOCTPAHEHHOCTH
BIIP cTaHOBHTCS KPHTHUECKHM 3EMEHTOM Pa3paboTkH 3¢ QeKTHBHBIX CTpaTeruii mpohHIak THKH
3a6oNieBaHMi U COXpaHEHHU 300POBbS HACCTICHHS.

BakHO OTMETHTh, YTO, HECMOTPA Ha MEXNYHAPOIHBIE YCHIIMA, HANpaBIECHHBIE Ha
yIIydIIeHHe TUArHOCTHKH U JICYCHUA BIIP, perronansHble 0COOEHHOCTH TPEOYIOT afanTalii
YHUBEPCATLHEIX MOAXOA0B K MECTHBIM YCTIOBHSM, YTO MOXET CIOCOOCTBOBATH KOPPEKTHPOBKE
TPO(UIAKTHYECKHX H UATHOCTHIECKHX CTPATErHil € yYeTOM KOHKPETHBIX YCHIOBHIA H O3BOIHT
IOBBICHTh HX S(PQPEKTHBHOCTH M JEHCTBEHHOCTh. B CBA3M C 9THM, H3Y4YCHHE [CHETHKO-
SIHIEMHUOJIOTHYECKHX XapaKTepPUCTHK BPOXICHHBIX IIOPOKOB PasBUTHS Y AETEH B OTACIBHOM
cy6wexTe Poccniickoi @epepanuy — MockoBcKo# 00/1acTH, HECOMHEHHO SBIACTCS aKTyATbHBIM.

HecMoTps Ha 3HA4MTENbHBIE YCHEXH B O0OJACTM MENMIMHEL, 10 CHX IOp OCTAarOTCS
HepelIeHHbIE BOIPOCH! OTHOCHTENBHO TOYHOH reHeTHyeckoi smuaemuonornd BIIP, B gacTHOCTH
KacaTeJbHO PEIKHX XPOMOCOMHBIX aHomamuil. IlpoBeneHHas paboTa 1momoraeT BOCIIOJIHHTH
npo6elbl B 3HAHHSX O TeHeTHYecKoM kommonenTe BIIP.

WUccnemoBarve 3asgeBoit E.E. nemoHCTpHpYeT BaXHOCTh KOMILJIEKCHOTO MOAXOAa K
myuennio BITP Ha permoHANBHOM ypoBHE. OHO NOA4CPKHBAET HeoOXOIUMOCTb MHTErpalyH

COBPEMEHHBIX METOJ0B AuarHoCTHKM BIIP ¥ TreHeTHYeCKOro TECTHPOBAHMA B DYTHHHYIO
1



MEQULMHCKYIO NMPaKTHKY, @ Taloke 3HAYAMOCTh IOBBILIEHHS OCBENOMJICHHOCTH HACENCHHA O
Mepax npo¢HIaKTHKH. Pe3ynbTaThl paGoTel mpenoCTaBASIOT UEHHYIO HHQOPMAUMIO [
JanbHEHIINX HCccNeNoBaHMH M paspaGoTok B 007acTH 3/paBOOXpaHEHHA, CHOCOOCTBYs
YIIy4IIEHHIO 30POBbA ¥ 6aronoyuns 6yaymux MoKoJCHHH.

Taxum 06pasom, TeMa TUCCEPTALMOHHOM paGOTHI ABISAETCS aKTyalbHOM, 000CHOBAaHHOM 1

HMEECT BAXXHOE MPAKTHICCKOS 3HAUCHHE.

JlocTOBEPHOCTD H HOBH3HA Pe3yJIbTAaTOB JHCCEPTALMH

PesynbTathl, MpeiCTABIEHHbIE B JUCCEPTALUM, OCHOBAHBl Ha OOMIMpPHON Oase NaHHBIX
monutoprrra BITP Mockosckoit obmactu (Gonee 15 ThicAd ciydaeB), OXBATHIBAIOIIEH MOYTH
necaTUneTHui mepuos. Mcnons30BaHUE COBPEMEHHOM METOIOIOTHH CTATHCTHYECKOTO aHAIH3a H
NOMYJIAUMOHHBIX JAHHBIX OOECIEYHBAET BBICOKMH YPOBEHb HOCTOBEPHOCTH IIONYYEHHBIX
PE3yNBTATOB.

Pa6oTa npegocTaBseT HOBBIE JaHHEIE 0 qunamuke yactot BITP B MockoBekoit obnact,
a TAaKKe O CTPYKTYpE M YacTOTE YacTBIX M PENKHX XPOMOCOMHBIX aHOMAIHMH, YTO SBIACTCH
3HAYMMBIM BKJIAZOM B T€HETHKO-3IHIEMHONIOrHUEcKUe Hecenosanns B Pocenn. [TokasaHo, 9to
Mepsl [EPBUYHON NPOGUIAKTUKA B H3YyU4aeMOM pErHoHe B OTHOIIEHHMM (hoNaT-3aBHCHMBIX

TIOPOKOB peaIn30BaHbl HENOCTATOYTHO.

Crenenb 060CHOBAHHOCTH HAYYHBIX N0J10’KeHHH, BLIBOIOB H PEKOMEHAALIHIA,
cpopMyTHPOBAHHBIX B JHCCEPTALHH
Bricokas cremeHb OOOCHOBAHHOCTH HAYYHBIX IOJIOXKEHHH, C(HOPMYTHMPOBAaHHBIX B
muccepramun 3aseBoit E.E., ompernensercs afekBaTHO IIOCTABICHHBIMH LENBIO M 3aJadaMu
HCcCNen0BaHus. BEIBOIBI M IPaKTHIECKHE PEKOMEHAALMH, COPMYIMpPOBaHHbIE B AHCCEPTALINH,
060CHOBaHbI PEMPE3CHTATHBHEIM 00bEMOM BBIOODKH, TINATEIBHOCTBIO IIPOBEAEHHOH paboTHl U
HCNONB30BaHHEM COBPEMEHHBIX METOIOB CTATHCTHYECKOTO aHAJIH34, 8 TAKIKE IOIYYEHE] ¢ YYETOM

yCCIIeIOBaHMM, IPOBEAEHHBIX APYTAMH aBTOPaMH 110 H3yJaeMoii pobieme.

IleHHOCTDb Pe3yJIbTATOB PA0OTHI A5l HAYKH H MPAKTHKH
[TosydeHHbIe B XOJE AMCCEPTAMOHHOTO MCCIENOBAHHMA PE3YJIBTAThl UMEIOT BaXKHOE
3HaueHHe KaKk U1 HayKd, TaKk M JUI1 IPaKTHYeCKoro 3apaBooxpaHeHHs. Mccmemopanme
snunemuonoruy BIIP Ha perynsipHo#l OCHOBE B IIpeJ€Nax OJHOIO PETHOHA MO3BOJIAET
KOHTPOJHPOBaTh JUHaMHKY 4acTor BIIP BO BpeMeHH W NpH BBLIBICHUH HX OTKIOHCHHH OT
pedepeHCcHBIX 3HAYeHHH INPOBOMTE TOMCK BOSMOXHBIX IPHYMH TaKMX OTKIOHCHHH. B
NPOBEJIEHHOM HUCC/IEIOBAHAA 0CO00€ BHUMAHWE YIENACTCS H3MCHCHHIO JTMHAMHKH ¢onar-

saBucuMplx QopM BIIP. IlpennoxeHHbie METOAMYECKHE IIOAXONBI K  IEHETHYECKOMY



TECTHPOBAHMIO PENKMX XPOMOCOMHEIX AHOMANHH B NPEHATAIBHOM MEPHOAE BAXHBL IIA
MOBBILEHNS KAYECTBA MEAMKO-TEHETHYECKOTO KORCY I5THPOBAHHS CeMeH.

Pe3yIbTaTE MCCEPTAMK U PAKTHUECKHUE PEKOMEH/IALAH MOTYT OBITh HCTIOMB30BAHE B
paboTe MeIMKO-TeHETHYECKHX KOHCY IBTalluI, a Taioke TIPA PaspadoTKe METOIHHIECKHX nocobuit

¥ KypCOB JIEKUHH 11 OPAMHATOPOB MEIUIMHCKHX BY308B, LMKIIOB OBBIICHHS KBATH(QHUKAIMH.

ToxTBep:KIeANE OMyOIMKOBAHHS OCHOBHLIX PE3Y/IbTATOB UCCEPTALHH B
Hay4HOH me4aTH

OCHOBHBIC pe3yJIbTAThl JUCCEPTALMH OMYONMKOBAHBI B PECHIMPYEMBIX Hay4HEIX

XKypHaiaX, a TaKXe MOJIOKEHBI Ha MEXIYHapOAHBIX H pOCCI/IﬁCKHX KOH(i)epCHIII/IﬂX, 9TO0

TOATBEPAKAAET HX HAYYHYIO 3HAIMMOCTh. [0 Teme IMCCEpPTAHOHHON paboTHI OIyO6IHKOBAHO 6
TeYaTHBIX PaboT, B TOM 4KCIIe 4 CTATHH B XXypHAIAX, PEKOMEH/OBAHHBIX BAK nps MunoOpHayKH
Poccuu [ couckatenei yueHoM CTeNeH) KanuiaTa METUIMHCKHX HayK (43 HHEX 2 B XKYpHaIax

u3 mepeans PYJTH; 2 — B SCOPUS / Web of Science).

OuenKa CTPYKTYPBI H COAEPKAHHSA AUCCEPTALHH

JluccepTanuonHnas pabora 3asesoit E.E. nMeeT TpaTHIMOHHYIO CTPYKTYPY H COCTOHT H3
CNEAYIOIMX pa3feNoB: OIJABJCHHE, BBEJCHHE, 0030p JHTEpaTypsl, MaTepuagel U MCTOMBI
HCCTIeNIOBaHMs, Pe3yNBTaTsl COGCTBEHHBIX MCCIENOBAHHH M HX obcyXeHne, 3aKIOYeHue,
BBIBOJBl, TNPaKTHYECKHE DPEKOMEHIAlWH, CIHCOK COKpAIIeHuH, CIHMCOK JIHTEpPaTypEl,
npunoxenue. Pabora u3noxena Ha 169 cTpaHUIaX MalIMHOIMCHOTO TEKCA, CONEPXKAUT 46 Tabmun
1 20 pucynkoB. Bubmuorpadguyeckuil ykasare/b BKIOYaCT 202 HCTOYHMKA JIUTEPATYPHl, H3 HIX
24 oTeuecTBEeHHBIX ¥ 178 MHOCTPAaHHBIX HCTOYHHKOB.

Bo BBeIEHHM aBTOPOM apryMEHTHpOBaHA aKTyalbHOCTh MCCICOBAHMA, a TaKXKe
chopMyIMpOBaHbl LEdb M 3a/ja9M HCCICAOBAHUS. CchopMynupoBaHE! HaydHBIE IONOXKCHHS,
BHIHOCHMbIE Ha 3ALATY, OTPaKEHA HAydHAs HOBH3HA PE3yNbTATOB HCCIENOBAHMS. YKa3aHEI
CTelleHb JIOCTOBEPHOCTH pE3Y/IbTAaTOB, COOTBETCTBHE JMCCEPTALMHM MAcHopTy HaydHOH
CELMaNbHOCTH, JHYHBIA BKJIaJ aBTOpa B TPOBCICHHE HCCIENOBAHUA, MNEPEIHCICHEI
my6IMKaLH.

O630p MUTEpaTypsl NOCBAIIEH Knaccudukanyu 1 strosoruy BIIP, sranaM craHOBIEHHS
pernctpos BIIP u HX COBPEMEHHOMY COCTOSHMM B Mupe ¥ B Poccuu. B ToMm umcne maerca
JIETANIbHOE OMHCAHUE SMMAeMHONOruy pasiuyHbiX THIoB BIIP, B wacTHOCTH, yHeneHO BHUMaHHE
XpOMOCOMHBIM aHOManusaM. OO6CYxIeHbl MeTOAbl NPOQHIAKTHKH H HX B3aHMOCBA3h C
peructpamu BIIP.

B pasmene «Marepuanbl W METOABI HCCIENOBAHUA» JlaHA aJMHMHHCTPATHBHO-

TeppUTOpHAIbHAA XapaKTEpUCTHKa MockoBcKoid 06HaCTPI, OTpaXKE€HO OIMUCAHHC



moHHTOpHpYyeMBIX rpynn BIIP, a Takke nepeurcriensl UCmonb30BAHHEIE METOMBI UCCTIENOBAHHUS.
Onmncanue METOZIOB NPHBEACHO B MOTHOM 00beMe H SBIAETCA AOCTAaTOYHBIM ML TOHHMAHHA HX
060CHOBaHHOTO IPMMEHEHHSA B COOTBETCTBUH C peIlaeMbIMH 3a1a4aMHu.

[naBa «Pe3ynsTaThl COOCTBEHHBIX MCCIENOBaHMHA ¥ OOCYXIEHHE» BKIIOYAcT MATH
pa3fieioB B COOTBETCTBUH C IIOCTABICHHBIMHM 3aJadaMH JIHACCEPTAllMOHHOIO HCCIEN0BaHHA.
TTepBEIi pasnen NMOCBAIMEH pacuery momyssmuonHbX dactoT BIIP B MockoBckoii obnacta H
CpaBHEHMIO [OJTYYCHHBIX Pe3y/IbTaTOB C JAHHBEIMH MEXIYHAPOJHBIX HCCIIeIOBaHMUM, BEIICTICHE]
Hanboee yactele rpymmsl BIIP B perrore. B mpoJomkeHud IEpBOTO pasjiesia Bo BTOPOM pasaese
NPHBOJMTCS AHAIM3 AMHAMHKH NOMydeHHBIX YACTOT ¢ BhIETEHHEM IPYIII IOPOKOB, B KOTOPBIX
OTMeuaeTcss W3MEHEHHE AMHAMHUKW. B TpeTheM pasiene IpEIaracTcs OMHCAHHE 9acToT H
CTPYKTYpHI BceX GOpM XPOMOCOMHBIX aHOMAIMH B HCCIEAYEMOM PErHOHE, oco60e BHUMaHHE
YHENAeTcs PeKMM XPOMOCOMHBEIM aHOMATHAM. B ueTBepTOM pasiene MpOBOUTCA H3Y4EHHE
cnektpa BIIP npy npeHaTansHOM 0OHapyKEHHH PEIKHX XPOMOCOMHBIX AHOMAJHH C IIOMOINBIO
XPOMOCOMHOTO MHKpoMaTpHuHOro asamsa (XMA) u FISH-IuaraoCTHKHY, paccMaTpUBaIOTCA
IPYIIIBI IOPOKOB Pa3BUTHS, IPH KOTOPHIX NpuMenerne XMA MOXeT GBITH LenecoobpasHeM. B
mocyeHeM pasziene 06CYXKIAKTCS BOIPOCH! MPO(UIAKTHKH BIIP, yxa3bIBaeTCs Ha BBICOKYIO
3b)eKTHBHOCTh B pETHOHE IPEHATANBHOTO CKPHHHHIA M JIHATHOCTHKH (BTOpHYHas

MpO(HIAKTHKA) H HEIOCTATOYHYHO 3 DEKTHBHOCTH IePBIYHOM IpoQUIaKTHKH.
B miase «3aKkmroucHe» 0600MEHE OCHOBHBIE HTOTH JUCCEPTALHOHHOTO HCCICAOBAHHA
10 H3YYEHHMIO F€HETHKO-3MHIEMHOJIOTHYECKOH XapaKTCPUCTHKE BIIP B MockoBcKo# 06I1acTH.
CrenaHHsle  BHIBOABI  JMCCEPTAallMH, OCHOBHBIE MONOXCHMA M IPAKTHYCCKHE
peKoMeRTaiiy 0G0CHOBAHEL, JIOTHYHEL, COOTBETCTBYIOT MOCTAB/ICHHBIM 3a/@4aM, B TIOJIHOH Mepe

OTp@XAIOT PE3yIbTAaThl IPOBEJeHHON paGOThl M OOECHEdeHB! NOCTATOYHEIM KOJIMYECTBOM

JaHHBIX.

Co0TBETCTBHE COZlepkaHus aBTopedepaTa 0CHOBHBIM IOJI0XKEHUAM AHCCEPTANHH
Astopedepar muccepramyy 3ageBodl E.E. NMONHOCTBIO OTPaaeT OCHOBHBIE Pa3JENbI
JMCCEPTALIOHHOH paGoTbl, B HeM IIPeJICTaB/IeHbI AKTYallbHOCTD TEMBI HCCIICTIOBAHHUS, CTEICHD €€
paspaGOTaHHOCTH, LENH M 3ajady, HaydyHas HOBH3HA, TEOPETHYECKAs M MPAKTHICCKAsd
3HAYMMOCTD, METOZOJOIHsS HCCIENOBAHMS, MOJOXEHHS, BHIHOCHMBIE HA 3alUTY, OCHOBHEBIE

pe3ysbTaThl paGOTHL H BEIBOJIBI HCCIICIOBAHHA.

3ameuaHus U BONPOCHI 1o padore
[IprHIMIHATBHEIX 3aMedanui mo pabore HeT. TeM He MeHe, IPH O3HAKOMJICHHH C
JaHHBIM JHCCEPTANMOHHBIM MCCIIE0BAHNEM BOSHHUKIIM HEKOTOPEIC BOIPOCH K 3aMEYaHMUS.

Bonpock! cieyromue:
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1) (0 3 HOMOXCHUI SBNACTCA YTBEPIKAEHHE, UTO TIPOBEJICHHE XPOMOCOMHOIO
o MaTPHIHOTO aHATN32 TI0KA3aHO HE TOJNBKO MpH MHOXKECTBEHHBIX, HO M30JIMPOBaHHBIX
e poKax pasBHTHA Yy IUTOJA. Hackomsko IIpPaBOMOYHEIM SIBISIETCH TaKOE YTBEpKIEHHE, Bellb H3
JaHHBX TaOJMLEI NPUTIOKEHAS 3 BUMHO, T0 XMA MO3BONHI BEIIBHTH CyOMHKPOCKOIIHYIECKHE
xpOMOCOMHBIC AHOMAITHH B PABHOH CTEICHH B OTAE/BHBIX CIydasX K H30HPOBAHHEIX OPOKAX
pasBHTHS, IIPH HAINIAH  yIbTPa3BYKOBRIX MAapKepPOB XPOMOCOMHOH aHOMAIHH, HE
cBUACTENBCTBYIOMUX 0 Hanmuuu BIIP y mioza, a Tak)ke mpy coYeTaHNH H30.JHPOBAHHOTrO IOPOKa

pa3sBUTHA C MAPKEPOM XPOMOCOMHOM aHOMaIHK?

2) Hackombko KOppEKTHO CpaBHEHHE IONY/IANHOHHOM YacTOTHI BPOXICHHBIX
MOPOKOB Pa3BHTHS B MockoBckoit o6nacti i mo nanusM EUROCAT (B 9acTHOCTH, B Ta0IHIe
41) B 3HAYNTENBHO PA3TMYAIONIMXCA N0 KONHYECTBY BEIOOPKAX H IIPH 3HATHTENBHOH PasHHLC
YUCJICHHOCTH HACEICHHUS CPABHUBAEMBIX IOMYIIALIHIA?

OCHOBHBIM 3aM€YaHHEM SBJISETCA HE KOpPPEKTHOC HCIOJIE30BaHHEe aBTOPOM TepMHHA H
TIOHATUS «XPOMOCOMHEIE aHOMAJIMM» B KOHTEKCTE HX yrmoTpebIeHus pH OMHCAHHH IPYII 1

CTPYKTYPBI BPOXACHHBIX IIOPOKOB Pa3BUTHA. OnHako COBEPIIEHHO OYEBUIHO, YTO XpOMOCOMHBIC

AHOMAJTHH SBJIIOTCA JIMIIb OJHAM 3 STHONOTHIECKHX (aKTOPOB MHOKCECTBEHHBIX BIIP. Takxe

HETOXIECTBEHHBIMU SBILIOTCS HoHsTHs CNV (copy number variations - BapHaIl
pa-BuUH, «KOIIAdbero KpHKa» H T.I.),

HJ YHCJIA KO

yuactkoB JHK) u cunapoM (Hamp. CHHIPOM IIpane
TIPHYMHO KOTOPOTO SBILIOTCA KOHKPETHAA CNV.

HenpaBoMOYHBIM SBIETCS YNOTpeOIeHAe aBTOPOM TepMHHa «cuaapoM Ju-J[xopmKu» B

OTHOLIEHHH BCEX CJIy4aeB MHKPOJCICHUH 22q11.2, sBnAIomIeHCS OCHOBHOM ITPUYHHOMK
CHHIPOMOB  JEJNCLHH 22q11. Cumppoms! JENEIHH 22ql1 o6BemuMHSIOT HECKOJIBKO
HO30JIOTHYECKUX (OpM, B TOM YHCIIE H CHHIPOM JTni-J>XOPIXH, OJHMM U3 OCHOBHBIX IIPOSIBIICHUH
KOTOpOro SABJIAETCS [UTOIUIasys/amia3ns TuMyca. Takoi MOpOK pa3sBHTHA OBUT BBIABIEH IIPH

NpeHaTATbHOM Y/IBTPa3BYKOBOM HCCIICNIOBAHNH Tonsko B 25% ciyuaeB. I[Tostomy 6Gonee

KOPPEKTHBIM GBLTO GBI yKa3aTh «CHHAPOM JICNIELIHH 22q11».
B pasnene «IMHUIEMHONOTHYECKHH aHATH3 XPOMOCOMHBIX (GopM BPOXKAEHHBIX IOPOKOB

passuTHsi B MOCKOBCKOM 061acTi» aBTOp NMPUBOJIUT OMACAHME YIBTPa3BYKOBBIX NPOSIBTICHAH Y
IIOJOB C pasTMYHEIMH  (opMaMH TPHIUIOMIMM B 3aBHCHMOCTH OT POJHMTCIBCKOTO
TPOHCXOXK/ICHAS JOTIONHATENBHOTO TamionjiHoro HaGopa. BbLio OBl JIOTHYHO HPOAOIDKHTE
obcyxaenne cOOCTBEHHBIX MHOTOYHCIIEHHEIX CIy4aeB TPHILIOMJMY B KOHTEKCTE ONpECICHHSA
opM 3Tolt peKoil XPOMOCOMHOH aHOMAMU U MX CPABHHTENBHOH OLCHKH B 3aBHCHMOCTH OT
JAHHBIX YJIBTPa3ByKOBOTO HccnenoBanus mioxa. Ot sroro paboTa TONBKO OBl BEIMIPANA H TaKHe

cBefeHus ObUIM OBl TOJE3HBI UL Bpaue, 3aHMMAIONMMXCS MpPEHATABHOH YIBTPa3BYKOBOM

JUArHOCTHKOI.
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CnemyeT OTMETHTB, YTO BHICKa3aHHBIE 3aMeYaHiA HE HOCAT IIPHHLMITHATLHOIO XapaKTepa,
e yMaioT 3HATHMOCTD TIPOBE/CHHOTO HCCNIEAOBAHNA  ABIAIOTCA HCKITIOYHTENBHO TIOBOZIOM
1 JCKYCCHH M BOSMOXHBIM BEKTOPOM 215 AIIbHEHIITHX HCCeNoBanHit B 06J1aCTH H3y4eHHS H
MOHMTOPHHI'@ BPOXKICHHBIX TIOPOKOB Pa3sBHTHL.

3aknouenne

JluccepTauoHHOe HecnenoBanne 3adesoit EmuzaBetsl EBreHseBHEI HA TEMY «'eHEeTHKO-

SITHIEMUOIOTHYECKAs XapAKTEPUCTHKA BPOXIEHHEIX IOPOKOB PasBHTHA y ACTEH B MOocKOBCKO#H

06acTH» ABIAETCA CAMOCTOSTEIbHOMN, 3aKOHYEHHOH Hayqﬂo-KBaJmQJnKaunonﬂoﬁ paboToi,

BIIP B OTHENbHOM CYOBEKTE
HUYECKHX

HAIpaB/IeHHON HA WM3ydeHHE YaCTOThl, CTPYKTYPHI M JHHAMHUKH

Poccuiickoit (eIepaIIHH, a TAKKE CIEKTPA PEMIKHX XPOMOCOMHEIX aHOMATHI H MX KIIH

TIpOSBIIEHHH B IPEHATANLHOM neprozie. PaGora COOTBETCTBYET Tpe6GOBaHHAM, pexbABILIEMBIM K

MeMIAHCKUX HayK, COrMacHo . 2.2

IMCCEPTAllMAM Ha COMCKAHHE YUEHOH CTeNeHH KaHIuAara
yaapCTBEHHOM

paszienia 11 TONOMXeERHS O MPHCYIEHHH Y4eHBIX CTeNencii B QefcpatbHoM roc
st «Poccuiickuil yHUBEPCHTET

aBTOHOMHOM 00pa30BaTeNbHOM YUPEXICHHH BICIIEIO obpa3oBaH
yC-1 or 22.01.2024

IPYXObl HAPOZOBY, YTBEPHKIEHHOTO yIEHEIM COBETOM PYJIH npoToxon Ne

r., a eé apTop, 3aseBa Enusasera EBrenneBHa, 3aclyXKHBacT NPUCYXACHAA y4eHOH CTEICHH

KaHIHIATa METUIMHCKUX HAYK MO CHEHHATEHOCTH 1.5.7. 'eneTHKa.

O¢unpaibHbIH OMMOHEHT:
TOTEHETHKHY, 3aBeTyIOIIHi nabopaTopueil LUTOrCHETHKH

3aBefyloImil JaGopaTopHer I
oro HAy4HOro YYpCKACHHA

MoNeKy/IspHO#  DelIepanbHOro  rocy/apCTBEHHOro GIODKETH

«MeIMKO-TeHETHYECKHH HayJHbIH IEHTP HMCHH akanemuka H.IT. BoukoBa»

JIOKTOD MEIUIIMHCKHX HaYK, JIOLICHT 10 CIEIHAIBHOCTH «['eneTrkay

«21» HOs16ps1 2024 I. ’{’ZL% IITunosa Hanexna BraruMupoBHa

Ioamucs Illxnosoit H.B. 3aBepsro.
Vyensiii cexperapb PeepalbHOro rocyAapcTBCHHOr0 BIOIKETHOTO HAYIHOTO YUPSKICHHSA

HayqHEIA neHTp uMennd akagemuka H.IT. Bouxkosa» (OT'BH
Mocksopeuse, A. 1, Ten.: +74956128607, an. modra: mgnc@med—gn.ru
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