OT3bIB O®UIIUAJIBHOI'O OIIIIOHEHTA
JOKTOpa MeJULMHCKUX Hayk MuHaitueBoH Jlapucel IBaHOBHEI HA INCCEPTALIMIO
3asesoii Enmusasersr EBreHbeBHEL HA TeMy «l €HETHKO-3ITHIeMHOJIOTHYECKas
XapaKTepPUCTHKa BPOXKICHHBIX IOPOKOB Pa3BUTHA Y HeTeH B MOCKOBCKOU
06macTiy, MPeICTaBIEHHYIO HAa COUCKAHNE YUEHOU CTENEeHN KaHAuIaTa

MEIWIMHCKHUX HayK 1Mo crienuansHocTd 1.5.7. ['eHeTHKa

AKTyaJleOCTL TeMBbI HCCJICJOBAHHHA

Bpoxnennsie mopoku passutus (BITP) orHocaTcs k 4memy HaumGoree
CEPBE3HBIX OTKIOHEHHUH B COCTOSIHHM 3I0POBbs IETEH U CYIIECTBEHHO BIUAIOT Ha
3a60/1eBaEMOCTh, CMEPTHOCTh M HHBAJIMAHOCT B JETCKOM Bo3pacre. Yacrorta
BPOXJIEHHBEIX TOPOKOB CPEIN HOBOPOXKIEHHBIX COCTaBisieT oT 2 jgo 4%, 49ro
JenaeT WX W3yYeHHe Ba)KHBIM JUId  IIOHMMaHMs  KJIFOUEBBIX  acIleKTOB
0BIIECTBEHHOTO 3J0POBbs U Pa3paboTKH MEp 10 HX NPEIOTBPAIIEHHIO H JIEYSHHIO.

Ocoboe 3HaYeHHe TpHOOpeTaeT perMoHaIbHBIN acleKT uccnenoBanus BIIP.
IeneTHueckre OCOOEHHOCTH W BIMSHHWE BHEIIHEH Cpejbl MOIYT CYIIECTBEHHO
BAPLHUPOBATECS B DA3HBIX pErHoHaX, 4To Tpebyer yriayONeHHOro H3y4YeHHs
OTHENBHBIX momyjsuuit, MockoBckass 001acTh, Kak OJMH M3 KPYIHEHIINX
perunonoB Poccuu, mpescraBnsierT co00i BaxHBIA OOBEKT My u3yveHus. JaHHbIe
06 osmumemuonorud BIIP  Moryr moMo4b pa3paboTaTh —ClelHOHIECKHe
npouIaKTHYeCKHe Mepsl I psAfa  (opM  BPOXKAEHHOH IIaTONOTHH Ha
TEPPUTOPHH PETHOHA.

B T0 e Bpems mporpecc B 00JaCTH I'€HETHYECKHX TEXHOJIOTHH OTKPHIBAET
HOBBIE BO3MOXKHOCTH [IJIS H3yUeHHS MOJEKYIsApHBIX ocHOB BITP. XpoMmocoMHEIH
MHKpPOMATPHYHBIH aHallu3 MO3BOMIAET BEIABIATE HE TOJIBKO YaCThIE XPOMOCOMHBIE
aHOMAJTHH, HO M PeIKHe, B TOM YHcle HaclencTBeHHbIe (hopmel BITP. Bximrouenue
NAHHBIX O  TEeHETHYEeCKW  JIeTEPMHHHPOBaHHEIX  ¢opmax  BIIP B

SMUAEMHOJIOTHYCCKHE HCCIICO0BaHUA CHOCO6CTByeT Jy4dmeMy IIOHHMaHHIi0 HX



NpyYHH W pazpaborke Goyee TOYHBIX METOAOB JMArHOCTHKHA M 3()(hEKTHBHOH
PO HIaKTHKH.

[IpoBeneHHOE HCClIENOBAaHME XapaKTEPH3YETCs COUETAHHEM H3Y4YEHHS
SIHUIEMHOIOTHYECKAX JaHHBIX C aHalW30M pPe3ylbTaTOB  MOJIEKYJIIpHO-
reHeTHYeCKHMX wucciemoBanuit ciaydaeB BIIP, 4ro BaxkHO Uil KOMIIJIEKCHOTO
MOHMMAaHUSA TpoOMeMBbl M HOBBIX IEPCNEKTHB M1 MEXIUCIHUIIHHAPHBIX
UcclenoBaHnit B 00macTH npodMIaKTHKH BpOXKIEHHBIX 3aboneBanuil. Bcee
MepeduclieHHOe  yKa3hlBaeT Ha  aKTyalbHOCTh TEMBI  IIPEACTABIEHHOTO
IUCCEPTAIIMOHHOTO WCCIIE/IOBAHUS M €€ BaXXHOE HAay4yHOe H IIPaKTHYECKOe

3HauEHUE.
JI0CTOBEPHOCTH U HOBH3HA Pe3yJIbTATOB JHCCEPTALHH

JIOCTOBEPHOCTh pE3yNbTATOB AHCcepTallMOHHOM paborel 3asgeBoil E.E.
GasupyeTcs Ha MCITONB30BaHUHU 60IbIIOT0 06BEMa NaHHBIX SMHAEMHOIOTHIECKOT0
monuToputra BITP B MockoBckoit obnactu 3a 9-netHuit nepuon (2011-2019 rr.).
Ananmu3 ObIT  TpoBeneH Ha BbIOOpke, BKIrodaromed Oomee 15 ThICAY
3aperncTpUpoBaHHbIX cirydaeB BIIP, 4To sBiNseTCS pelpe3eHTaTHBHBIM 00BEMOM
IS HCCIEHOBAaHWUS OSIHUIEMHONOTHH OTHX 3aboneraHuid. JocToBepHOCTH
pe3ynsTaToB ofecrevyeHa TIIATENBHOH IIPOBEPKOHM NAHHBIX M HCIIOIB30BaHHEM
COBPEMEHHBIX METOJOB CTAaTHCTUYECKOTO aHamu3a (KOpPpeNAMOHHBIH U
DPErpecCHOHHBIN  aHallM3), YTO I[I03BOJIJIO [JOCTHYb  BBICOKOTO  YPOBHSA
O0OBEKTHBHOCTH H HaJeKHOCTH BEIBOJOB.

HoBuzHa paboThl 3aKkiTiouaeTcsl B MOIyYeHUH HOBBIX JaHHBIX 110 4acTOTE H
muHamMuke dyactor BIIP B MockoBckod o00nacTH, 3MHASMHOJOTAH PEIKHUX
XPOMOCOMHEIX aHOMallHii, B TOM YHCIIE JMAarHOCTUPOBAaHHBIX B IPEHATAIBHOM
nmeprose. BriepBele Ha TEPPUTOPUM POCCHM OIMCAHBl 3MUAEMHOIOTHYECKUE
0COOEHHOCTH MUKPOCTPYKTYPHBIX XPOMOCOMHBIX IEPECTPOEK Ha OCHOBE JaHHBIX

PETHOHAJIBHOIO PETUCTPA.



CreneHb 060CHOBAHHOCTH HAYYHBIX MOJIOKEHHH, BLIBOAOB H peKOMeHAalHH,

copMyIHPOBAHHBIX B IHCCEPTAIIHH

HayuHble MONIOXEHWUS, BBEIBOABI M DPEKOMEHJAlMH, COOPMYIHPOBAHHBIE B
mucceprarmu 3aseBod E.E., TOrHYHO cliefyroT M3 NOJMYYEHHBIX pPe3ylbTaTOB H
COOTBETCTBYIOT IIOCTaBJICHHBIM LIENIAM U 38/1a4aM.

Ilpy BHIMONHEHWH HACTOSMIEH paboThl COONFONEHBI HAYYHBIC IIPHHIIAIIBI
npoBeldeHrs HcciefoBaHud. [l perieHust IOCTaBIeHHBIX 3alad aBTOPOM
H3y4YEHBl M IPOAHAIM3HPOBAHEl OTEYECTBEHHBIE W 3apyOexHbIe JHTepaTypHbIe
MCTOYHHKH, IIOCBAIIeHHble Omupemuonornd BIIP # penkux XpoMOCOMHBIX
aHOMAJIHH, WHCIIONB30BaHbl COBPEMEHHBIE METO/BI JMHIEMHUOJIOTUIECKOIO H
CTAaTHCTHUECKOro aHAIM3a Ha pernpeseHTaTHBHOH BhIOOpKe (6onee 15 000 ciaydaes
BIIP), 4To JaeT mpaBo s 3aKIFYeHUs O KOPPEKTHOH 000CHOBAHHOCTH HAyYHBIX

TI0JIOJKEHMH, BEIBOJIOB H pa3paboTaHHBIX PeKOMEHIAIHH,

IlenHocTh pe3y/abTATOB paGoThl AJ15 HAYKH H IPAKTHKH

PesynbTaThl AHCCEPTALMOHHOM paboThl 3aseBod Einm3aBeTsl EBreHbeBHEI
001aaloT HECOMHEHHOM 3HAYMMOCTBIO IS (YHIaMEHTAIBHOM M IPHKIATHOH
HayKH.

Toy4eHHBIE pe3yTbTaThl PACIIUPSIOT CYLIECTBYIOIIEE HAYYHOE ITOHUMAHUE
o muHamuke M crnekrpe BIIP Ha ypoBHE KpyNHBIX MNOIYJALHH, YTO SBIAETCA
KPUTHYECKH B&XHBIM [JIs pa3spalboTKd 3G (EeKTHBHEIX HPOQHUIAKTHIECKHX
crpateruit. Kpome toro, yriyOisioTes HaydHEIE IPEACTABICHHA O BO3MOKHOCTAX
reHeTHUYECKHX TeXHOJIOTHH B ITOUCKE 3THONOTHYecKHX (pakropos BITP.

[TpakTudeckass LEHHOCTh  pabOThl  3aKIOYaeTcs B BO3MOXKHOCTH
UCIIOJIL30BAHMA €€ pe3yJTBTAaTOB JJS YIYYIIEHHS CYIIECTBYIOIIUX MENMLIMHCKHX
nporpaMM TpOGHIAKTHKH W IIPOTOKONOB oOcineqoBaHHs M HabmroaeHHs
nanpenToB ¢ BIIP u XpOMOCOMHBEIMH aHOMAaTHAMH. Tak, JaHHBIE O YAcTOTE M

cTpyKType pasnuuHex BIIP B peruoHe MOryT OBITE IPHMEHEHB! 1718 ONTHMH3ALMH



npoUIaKTHYECKAX NpPOrpaMM M MeIUKO-TeHeTHYECKOTO KOHCYTBTHPOBAaHHI,
HAIpaB/ICHHLIX Ha CHIDKCHHE YacTOT 3THX IIOPOKOB, YTO B KOHEUHOM HTOTE MOXET
[IPUBECTH K CHIKEHHIO 3a00/1€BaEMOCTH U MJIaJI€HYECKON CMEPTHOCTH B PETHOHE.,
Kpome Toro, mosry4eHHbIe JaHHbIe MOTYT OBITh HCIIOIB30BAHBI A IIIAHHPOBAHMA
obbeMa MEIUIIMHCKOM, B TOM YHCJIe W CHElUATU3UPOBAHHOM, MEIUI[HHCKON
[IOMOIIIY B PeTHOHE MALIMEHTaM ¢ BPOXKICHHBIMH ITOPOKAMH Pa3BUTHSL.
[IpemioxeHHbIe TTOIXOIE! YXKe BHEIPEHBI B paboTy MeIUKO-FeHEeTHYECKOTo
ormenenuss ['BY3 MO «MOCKOBCKHH 00J1aCTHOM HayYHO-HUCCIIEIOBATEIbCKUM

MHCTHUTYT aKyLIepcTBa U T’HHEKOJIOrHH UM. akagemuka B.M. KpacHomnonsckoroy.

IMoaTBepskaeHAe OMyOJIHKOBAHHA OCHOBHBIX Pe3yJIbTaTOB AHCCEPTALMH

B HAYYHOH Ie4yaTH

ITo TeMe muccepTallMi OMyOIMKOBAaHO 6 HaydHBIX paboT, B TOoM uducie 4
CTaThH, ONyOJIMKOBaHHBIE B JKypHaJaX, peKoMeHoBaHHEIX BAK 1mpu
MunoGpraykun Poccnn s couckarened  y4eHOH CTeneHW  KaHJuaarta
MeOULHHCKUX Hayk (M3 HuMX 2 B ypHanax u3 nepeyns PYJIH; 2 — 8 SCOPUS /
Web of Science). OcHOBHBIE pe3yJNbTaTHl JUCCEPTALMOHHOIO HCCIEI0BAHMU

TOJTOKEHE] Ha MEX/TYHAPOIHBIX U POCCUHCKUX KOH(DEPEHIHAX.

OuneHKa CTPYKTYPHI H COIepaKAHUSA JHCCEPTALHH

Juccepranponsas pabota H3noxeHa Ha 169 cTpaHHLax Ie4aTHOIO TEKCTa,
[OCTPOEHA MO0 TPaIWIMOHHOMY IUIAHY M COCTOMT M3 CIEYIOIIHX pPa3ZIeNos:
or/IaBlIcHNe, BBEJEHHE, 0030 JIHUTEPATyphl, MaTepHabl ¥ METOAbl HCCIIENOBaHNS,
pe3yibTaThl COOCTBEHHBIX HCCIEIOBAaHMH M HX O0OCYXKIeHHEe, 3aKIIOUYEHHE,
BEIBOMBI, MPaKTHYECKHe pPEKOMEHJAIMH, CIIMCOK  COKpallleHHMH, CITHCOK
JIATEPATYPHI, pHIokKeHHe. TeKCT IuccepTalliil HILUTFOCTPHPOBaH 46 TabnuuaMu U
20 pucynkamu. B 6ubmuorpapudeckom crmucke 202 HMCTOUHHMKA JIMTEPATYpPEI, U3

HUX 24 oTeuecTBEHHLIE.



BBesieHHE CONEPKHMT CTaHAApTHBIE pas3fenbl. ABTOpDOM  HAIJIAIHO
000CHOBaHa  aKTyalbHOCTh  TEMBI  JHCCEPTAlHOHHOTO  WCCIeIOBaHMI,
copMyTHPOBaHH! LIeNb U 3ala4d HCCIIEIOBAHUS, OIpeaeeHa HayqHas HOBHU3HA,
W3JI0’KEHBI TIOJNIOKEHHMs, BBIHOCHMEBIE HA 3AlIUTY, MPEACTAaBIEHBI CBEIEHHA 00
ampobaruy pe3ysIbTaToB, a Takke yKasaHa HHpopMaius 06 o6beMe U CTPYKType
JTUCCEPTAIlMOHHOM paOOTEL.

OG30p IHMTEpaTypsl COCTOMT H3 TpeX pas3JeloB W B IOJHOH Mepe
oTo6paxaeT cOBpeMeHHEIe IPeCTaBIeH s 00 3THONOrUM U srmuaemuonoruu BITP,
a Talke O CYLIECTBYIOLIMX Merofax KX mpodwunaktuku. O630p OCHOBaH Ha
GONBIIOM YHCIE aKTyalbHBIX OTEYECTBEHHBIX M 3apyOeXHBIX HCTOYHHKOB, HTO
NoA4EPKUBAET rTyOUHy H 000CHOBaHHOCTE TEOPETHYECKON YaCTH.,

B rnaBe «Marepuansl M METOHBI»  Jl@aHa  aIMHHHUCTPaTHUBHO-
TeppUTOpHAbHAsS XapakTepucThka MOCKOBCKOH obnacTH, moapoOHO omHcaHa
cTpykTypa peructpa BITP B Poccuu u, B 4acTHOCTH, B MOCKOBCKOM 06macTd.
IIpencraBineHa XapaKTepUCTHKa IIOPOKOB  PasBHUTHSA, OIMCAHbl  METOJBI
CTATHUCTHYECKOTO aHalln3a JaHHBIX.

I'maBa «Pe3ymbraTel COOCTBEHHBIX HCCIENOBaHHM M 0O0CyXIeHHEY
COZIEPIKUT TIOAPOOHOE H3MOKEHHE MONYYeHHBIX Pe3ynbTaToB i 15486 ciydaes
BIIP, 3apeructpupoBanubix B peructpe BITP Mockosckoi obmactu ¢ 2011 mo
2019 rogpl. Jlana XapakTepHCTHKA MOMyJIsHoHHBIX JacToT BIIP B Mockosckon
o6uacte ¢ 2011 mo 2019 rompl, KaK 10 BCEM IpyIaM MOPOKOB, TaK M OTIACIBHO
IS Kax oM Hozomormdeckod (opmel BIIP w3 rpymnnsl IOpPOKoB 00sS3aTeNBHOTO
yuera. I[IpoBelIeH CpaBHHUTENbHBIM aHANW3 MOMyJIAHOHHEIX dYactor BIIP B
MockoBckod 00acTH ¢ JAaHHBIMA MEKIYHApOJHBIX HcciefoBaHud. OleHeHa
nuHamuka BITP B MockoBckoi 00macTH 3a HCCIENyeMBIA IIEpHOJ, BBIAETIECHBI
THIIBI TIOPOKOB Pa3BHUTH, A KOTOPBIX OTMEYAeTCs HAPAacTaHHe IOy IIIIMOHHEBIX
94acTOT U 00CYXKIEHEI BOZMOYKHBIE TIPHYMHBI JaHHOTO sBJIeHU. Ocoboe BHUMaHHE
yaensercss  XpoMocoMHBIM  Qopmam  BIIP,  pmaercs — XapakTepHCTHKa
TIOTTYJIIIIMOHHBIX 9aCTOT YacThIX U PEIKUX XPOMOCOMHBIX aHOMAJIMH, IIPOBOAUTCS

aHanu3 (EHOTHNMMYECKUX TPOSABICHUH MHKPOCTPYKTYPHEIX XPOMOCOMHBIX



aHOMAJIWI B NpeHaTalbHOM Iepuoze (bonee AeTalbHOE OIMCAHHE [TPEJICTABICHO B
[Tpunoxenuu 3).

B saxmoueHHH 0000INeHBl [MONyYeHHBIE B Xode paboThl JaHHBIE,
0603HaueHBl TPHHUMME! GyHKUHOHHpOBaHUA peructpa BIIP B MockoBckon
o6nacti. O6CyXIeHbl MPEeUMyIIeCTBA OpPraHH3allMK CHCTEMBI cOOpa JaHHbIX, a
TaKKe NpOOJIEMBl, CBs3aHHBIE C HEAOCTATOYHOM JHATHOCTHKOW M HENOYYEeTOM
penxux Gopm XA, HaAMEUEHE! IePCIEKTHUBE! JalbHEHIIAX HCcIe0BaHui. Takum
00pa3oM, 3aKII0YeHIe PaboThl OMYEPKUBAET BAKHOCTD [ANBHEHIIEr0 PasBUTHA 1
corepureHcTBoBanms peructpa BIIP B  MockoBckod ofmactd, a Takke
Heo0X0IMMOCTb IPOBEIEHU MEX TACIUTITHHAPHBIX UCCIIeJOBaHHH
pacIpOCTpaHeHUs U STHOIOTHH ITOPOKOB Pa3BHTHS.

B menoM, TEKCT AHCCEPTAIMH HAIMTHCAH XOPOIIWUM JHMTEPATyPHBIM S3BIKOM,
H3/I0KeHre 0030pa JIUTEpaTyphl | Pe3yJIbTaTOB AUCCEPTAIHOHHOIO MUCCIIe[0BAHUS
CTPYKTYPHPOBAHO ¥ JIOTMYHO. BBIBOAEI 110 TOJy4YEHHBIM pe3ynbTaTaM

CqDOpMYJIHpOBaHBI KpaTKO U CHO, JaHBI IPAKTHYCCKHE PCKOMCHAAITHH.

CooTBeTcTBHE COAEpP/KAHHA aBTOpedepaTa OCHOBHBIM MOJIOKEHHSM

AAccepTaALHH

ABropedepaT MOJHOCTBIO OTPAKAET OCHOBHBEIEC ITOJOXKEHHS M BBIBOJILI
JMCCEPTALIMM, HAIMCAH YeTKO M XOPOIIO HILTIOCTpHpoBaH. Takum o6pasowm,
coziepkaHne apropedepara  IMOJHOCTBKO  COOTBETICTBYET YCTAaHOBJIEHHOMY

TOCYHapCTBEHHOMY CTaHIApTY.

3ameuaHusi H Bonpocel no pabore

[IpHHIMIAATBHEIX 3aMedaHuil 1o pabore HeT. ECTh psAx HETOYHOCTEH H
HeyHauHEIX (HOPMYITHPOBOK, HE CHIKAIOLIUX 3HAUMMOCTh paboTsl. Hampumep, Ha
ctpanune 105 ykasaHo: «B crpykrype mymmukarui B MockoBckod obnacTu 3a

MCCIIEyEMBIH TIEPHOJT OTCYTCTBYIOT IIOBTOPSIOIIMECS IMAarHO3bl, KpOMe IBYX



cTy4aeB JyIUTMKALMH KOPOTKOrO Ijleda 7 XPOMOCOMBI OZHO! U TOM K€ JKEHIIHHBI,
KOTOpas TakxKe sIBJIAIach HOCUTENEeM NaHHOH MyTUTHKaluiy». Buaumo, peds UAeT o
IyTUTHKAIWA KOPOTKOTO TIiieya 7 XPOMOCOMBI y IUIOZOB [IBYX pasHBIX
GepeMeHHOCTEH IKEHIUMHBI, Y KOTOpoi Oblna oOHapyXeHa aHaJoTHYHasd
MHKPOCTPYKTYpHas MepeCTPOHKa.

B pabore mpoBeJieH aHaIH3 IMArHOCTMPOBAaHHEIX ciy4aeB CNV, xoTopsie
paHee OBLIH ONKCAHEI B THTEPATYPE, @ TAKKe BIIEPBEIE BRIsBIEHHbIE Cilydan CNV.
B TekcTe AMCCEPTALMU He OIMCaHa UX KIMHMYECKas 3HA4YUMOCTb, ABIIAIOTCA JIU
oHu maroreHHbIMH. C Moe#l ToukM 3peHus, paboTy yKpacHjo ONHCAHHEC TaKOro
KJIMHUYECKOTO CIydas B TEKCTE JUCCEPTAIIHH.

ABTOp [enaerT 3aKkiIOYeHHe, 4YTO «... BO3MOYKHBIMHM TIOKa3aHUAMH K
nposefennio XMA B NIpeHAaTaabHOM IIEPHOJIE MOTYT CTaTh BPOXKAEHHEIE MOPOKH
CEpIeUHO-COCYIUCTOM CHCTEMBI, MOPOKM LEHTPATLHON HEPBHOH CHCTEMBI
(BEHTPHKYJIOMETAIHS, TATONOTMs MO30JMCTOrO Tena, HapyIIeHHs CTPOCHHH
3a7iHel YepemHoN SMKH) U KOHEYHOCTEH (CHHIAKTH/IMH, aHOMAJHS TOJOXEHHUA
crom)». Chemyer ckaszarh, 4TO JAHCCEPTALMOHHAA paboTa, a TAKKe 3aKIOYCHUT H
BBIBOZGl COOTBETCTBYIOT OOIIEH HAIPaBIeHHOCTH HAy4YHBIX HCCIIENOBAHHH B
06IacTy BPOXKIEHHBIX ITOPOKOB pasBHTHA. Tak, IOKasaHWA U MOJEKYJSIPHOIO
KapHOTHIIMPOBAHHS B  IIpeHATalbHOH W  TOCTHATAIBHOM  JHATHOCTHKE
omybnukosansl B 2023 romy B Pexomenmanmax Poccuiickoro oOrecTsa
MEIWLIMHCKAX TIE€HETHKOB TII0 XPOMOCOMHOMY MHKPOMAaTpHYHOMY aHalu3y
(Jle6ener M.H., IlIunosa H.B., FOpos I.1O., Mansmmesa O.B., Tsenenesa A.A.,
Munwpxenkosa M.E., Mapkosa X.I'., Tonmauesa E.H., Kamepaposa A.A.
Pexomenpaiuu  Poccuiickoro  ofmecTBa  MEIWLMHCKAX  TEHETHKOB IO
XPOMOCOMHOMY MHKPOMATPUIHOMY aHamusy. MenunuHckas reHetuka 2023;

22(10): 3-47).

K muccepTaHTy eCTh HECKOIBKO BOIIPOCOB.
1. ITpu omucanuu otenbHEIX opm BIIP B pabote (cTp. 62) aBTOp yKa3hIBAET, YTO

«... BpOXKAEHHas ruapornedanys B psae CIydyaeB BXOAUT B CIEKTP IPOsBICHUH



HEKOTOPhIX ~&yTOCOMHO-DELIeCCHBHBIX  CHHAPOMOB. Ilpenrmonaraercs, 4To
[IOCKOJBKY B HCCJEJOBaHWE BKIIOYECHBI CTPaHbl C BBICOKMM YpPOBHEM
KPOBHOPOJCTBEHHBIX OpaKoB, IOAYYEHHBIE YaCTOTHl OKA3ajWMCk BBIIIE B
CPaBHEHHH C eBPOMNEHCKUMH JaHHBIMH...». Henb3s HCKIFOYHUTE, 4YTO Ha
pe3yJIBTATEl HACTOSIIEro 3MHAEMHOIOTHYECKOTO UCCIeOBAaHNUs, B YaCTHOCTH,
W3MEHeHus [IuHaMHKM W crekTtpa BIIP okasamd mpomeccsl MHIPalliH
IpeJICTaBUTENe ONMpele/IeHHEIX 3THMYECKUX Tpynil. BO3MOXHO IpoBeaeHHE
aHagM3a TAaKoro aHalM3a C MCIoJb30BaHMeM JaHHBIX Permcrpa BIIP
MockoBckoit obaacT?

2. TTpu nposepenun XMA nanmentam ¢ BIIP Obuty Jii BBISBICHE MOHOTEHHBIE
CHHIPOMBI, 06YCIOBIEHHBIE MUKPOCTPYKTYPHBIMH IEPECTPOHKAMH XpOMOCOM?

3. Ilpu mpoBeeHUH aHANTK3a JaHHBIX SIHIEMHOIOTMYECKOr0 HCCIeoBaHus 38 9-
NeTHU¥ nepuox ObUIM JIH BBIABIEHBl CEMEHHBIE CIIydal XPOMOCOMHBIX
MUKPOCTPYKTYPHBIX IepecTpoek (ciydait 180, [Ipunoxenue 3)7

4. Bompoc 0 3amade 5 JUCCepPTalOHHOro HMccyenoBanus. Kakue mpenmoxeHus

T10 TIOBBINIEHMIO 3QBEKTHBHOCTH TIPOrpamMM MpohHIaKTHKK pa3paboTaHsl?

3ak/Ir04YeHHe

JlnccepranuonHoe HccnenoBanue 3asgeBoli EnnsaBeThl EBreHBeBHEI HA TEMY
« eHEeTHKO-IIMIEMHOJIOTHYECKas: ~ XapaKTepUCTHKA  BPOXKIEHHBIX  IIOPOKOB
pasBuTds y neredt B MoCKOBCKOH oOnacTh» sBIAETCS 3aKOHYEHHOH Hay9HO-
KBaTH(HKAIMOHHON paboToM, B KOTOPO# CONEPIKUTCSH HOBOE PEIIEHHE Hay4HOH
3ama4yy, MMEIOINEH Ba)KHOEe 3HAYeHWe JUId  COBPEMEHHOHW  MEIHIIHHB,
3aKIF0YAoIIeecs B MOJyYeHUH HOBBIX JAHHBIX O YacTOTE, CTPYKTYpPE ¥ JTUHAMHUKE
BITP B Mockosckoit o6nactd. PaBora cooTBeTcTBYeT  TpeOOBaHHAM,
IpeqbsBIAeMBIM K JUCCEpPTallMAM Ha COMCKAHHE YYEHOW CTCTICHH KaHAWZaTa
MEIMLHUHCKAX HaykK, coryacHo 1. 2.2 pasgena II Ilomoxenus o mpHCyXICHHH
y4eHbIX ~ cTereHedf B QelepalbHOM  IOCYJapCTBEHHOM  ABTOHOMHOM

00pazoBaTebHOM  YYpeXIeHHH  BeICmero  obpasoBaHus — «PocCHUCKHA



VHEBEpCUTeT ApyKObl HapogoB umeHu Ilatpuca JlymyMObI», YTBEPIKICHHOIO
yuensiM coserom PYJIH mporokon Ne VC-1 ot 22.01.2024 r., a e€ aBrop, 3asesa
EnuzaBera EBreHpeBHa, 3aCITy)KHBAeT IPUCYXIEHUs YICHOM CTENEHM KaHIuaaTa

MeIUIHHCKUX HAYK M0 crenuansHocTd 1.5.7. I'eHeTHKa.

OduIHaTEHbIH ONIIOHEHT:

3aMeCTHTENs [JIABHOIO Bpaya [0 MeIUIHHCKOH dYacTH MemuKo-
rereTuyeckoro nentpa ([enerTHueckod kmuHEKH) HaydHo-wccienoBarenbcKkoro
WHCTATYTa  MEIHUIMHCKOH  TeHeTHKH  DelepaqbHOTO  rocyJapCTBEHHOTO
OFOIKETHOTO HAYIHOTO YUpeK TeHUST «ToMckui HAIlMOHAJIBHBIH
WCCIIeIOBATENBCKAN MEIULIMHCKUN [eHTp PoccHHCKOM akaleMHH HayK», TOKTOP

MenuiuHCKuxX Hayk (1.5.7. I'eHeTnka)
Q/ 'R Mumnaituesa Jlapruca MBanoBHa
29.11.2024
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VueHnslit cexpeTapb TOMCKOTO

KaHauagaT OHOJIOTHYECKUX HayK

Hayuno-uccne1oBaTenbCKui HHCTKTyT - MeIHULIHCKON TEHETUKH
denepalbHOTO  TOCYAAapCTBEHHOTO  OMODKETHONO  HAYYHOTO  yHUPEXKACHHA
«ToMCKHUi HallMOHATBHEIN MCCIIEN0BATEECKAN MeIUIMHCKUH LIeHTp Poccuiickon
axagemun Hayk» (HUM memumumHckod reHetuxu Tomckoro HMIMII), 634050,
Tomck, HaGepexnas pexu Ymaidikm, x. 10, Tem: +73822530537, an. mnodra:

genetics@tnime.ru



