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HayK no cnenuajbHocTd 3.1.19. JHAOKpHHOIOrNA (MEAHIHHCKHE HAYKH)

Huccepramyonnas pabora [IsmmHON C.B. moCBsieHa aKTyalbHOM
npobjeMe DSHAOKPHMHOJIOTHH —— WCCIEIOBAaHHIO pOJIM MyTauuii reHa MENI B
NaToreHe3e  KOCTHBIX  HApyUIEHUH NOpH  HACIEACTBEHHOM  IE€PBHYHOM
runepnapaTtapeose (MIII'TIT) B paMkax CHHAPOMa MHOXECTBEHHBIX SHIOKPHHHBIX
Heornasuii 1-ro tuna (MOH1). ABTOpOM BEITIONIHEHO MHOTO3TAITHOE HCCIIENOBAHME,
BKIIIOYAIOIE€e:  KIIMHUKO-JMUJEMUONOTHYECKAA  aHanmu3  (HEeHOTUIIHYEeCKHX
ocobernocreit MIIITIT, B TOM uYmciie XapakTepPUCTUK KOCTHBIX HAPYIICHHIA;
IIPOCIIEKTHBHOE MCCJIENOBAaHUE, BBINONHEHHOE Ha 0a3e CHelUaJIu3dpPOBAaHHOTO
OTICNICHUSI W OKCHEPUMEHTANBHBIA 3Tall, COYETAIOIIMI MeToAbl KIIETOYHOW U
MOJIEKYIIIPHOH OHONOTUY ¢ MPUMEHEHHEM OMUKCHBIX TEXHOJIOTHIA.

Hccnenopanne  obnamaeT  3HAYUMOM  HAy4HOM  HOBH3HOM,  4YTO
[IOJITBEPXKIAETCA IPUMEHEHUEM HHHOBAlMOHHBIX METO/IOJIOTHYECKAX MOAXOLO0B
IUTS pEIIEHHA IIOCTaBIEHHBIX 3a/1ad. B knuHn4eckoit yactu paboThl BIIEPBBIE B MUPE
JUISL OLICHKH MHMKPOApXHUTEKTOHUKM IPOKCUMAJIBHOTO OTHena OeJpeHHOU KOCTH Y
nameHToB ¢ MIIOTIT  wucmomedyercs  TexHonoruss  3D-MonmenupoBaHHS
OPOKCHMAJILHOTO oTAena OenpeHHo#t koctd. B ommmume ot 2D-mccnemosanws,
IOJIy4aeMOro IIpH CTaHAapTHOH peHTreHOBCKoH aeHcutoMeTpun (DXA), MeTomuka
[IO3BOJIIET BBISBUTH INPEHMYLIECTBEHHOE IIOPAKEHUE KOPTUKAIBHOTO HWIIH
TpabeKyIIpHOTO KOMITOHEHTa KOCTHOM TKAaHH, a TAKXKe JIOKAJIbHBIE IOBPEXKICHUS,

ABIIIOIHECS NMOTCHIHWAJIBHBIM HCTOYHMKOM HHU3KO3HCPIECTHYCCKHX IIEPEIIOMOB B

OyayiieM.



OnmHuM W3 BaXHBIX Pe3yJIbTATOB MCCIeNOBaHMSA cTaio BhlaBiIeHUE 10 panee me
OIMCAaHHBIX TIEepMUHANBHEIX BapuaHTOBB TreHe MENI, 3 ¥3  KOTOPBIX
KIacCHOUIMPOBAaHbEI KaK  BapHaHTBI C  HEONpPeAeNEHHOH  KIMHUYECKOM
3HauuMOCThIO. [lomydeHHBIE pe3yNbTaThl pacHIUPSIOT IPEACTABICHUS O
reHeTndeckoit nmanmmadre cuaapoma MOH1 u TpeOyioT npoBeneHNs NalbHeRIMX
GYHKIHOHANBHEIX HcciaeqoBanuil (in vitro m in silico) mns Bepubmkamum wux
[ATOT€HHOT0 MTOTEHITUAA.

B dynnamenTansHOM OOKe HCCIIENOBaHHWS HCIOJB3YETCS IIAl[UEHT-
cnenupuyeckas KJIETOYHas MOJeNb, CO3MaHHas IyTEM penporpaMMHpPOBaHUs
¢ubpobIacTOB B MHAYIMPOBAHHBIE ILIFOPUIOTEHTHBIE cTBONOBEIe KieTku (MIICK)
MeTosioM TpaHcbekiuu pakTopoB mwiropunotentHoct (Oct-3/4,  Klf-4,  Sox2,
Glisl, c-Myc) ¢ ucnonp3oBanueMm Bekropa Ha ocHoBe MPHK. Otor moxmxon, B
OTJIMYHE OT TPAJAMIHOHHO NPHMEHSEMBIX >KABOTHBIX Mofelied, obecreunBaeT
BBICOKYIO PENpe3eHTAaTUBHOCTh MOJNyYeHHBIX pe3ylIbTaToB, IIOCKOJIBKY HCKIIIOYaeT
MEXBUIOBbIE  pa3iWuusis B  KOCTHOM  Metabommsme.  Ilocmexyrommas
maddepernuposka MIICK B kieTku mooOHBIE Me3eHXUMAalbHBIM CTBOJIOBBIM
(MCK-nnomo6Hple KJIETKH) U Jaliee B 0cTe00IacThl IO3BOJIMIIA U3YYUTE BIIHSHHE
MyTaIli{ Ha OCTeoreHe3 Ha TPAaHCKPUIITOMHOM YPOBHE, UTO ITOATBEPAUIIO THIIOTEY
0 CHHXXCHHMH OCTeOoOJlacToreHe3a M MMHepalli3allid KOCTHOIO MaTpukca Ipu
nzydaemMoM Bapuante MENI: ¢.1230 dupC.

Takum oOpa3om, wucmone3yeMble B paboTe METOAbl MU IOXXOABI
B3aMMOCBSI3aHbI, JJOTHYECKH COITIAaCOBAaHbI U HAIPaBJICHbl HA JOCTHXKEHHE eIMHON
IeJId, YTO MOATBEPKAAET UX METONOJIOTAYECKYIO LIETOCTHOCTb.

ABtopedepar opopMmieH TpaAULIHOHHO: ONHCaHa  aKTyalbHOCTb
HCCIICIOBaHMS, OCHOBHOE colepXKaHHe paboTbl, pe3ylbTaTbl, BBIBOABI H
IpaKkTHYEeCKHe pekoMeHAanuu. VIUocTpanuy 1 TaOIuIbl HaIvIaAHEl H JOHOHSIOT
TEKCTOBYIO 4acThb. llocTaBiieHHBIE 3afaydl peLIEHBl, BBIBOABI OTPAXKAIOT
DOJIYYeHHBIE pe3ynbTarhl. IlpakTudeckue peKOMEHJalMu HOCAT —XapakTep

o0CyXIeHHs.



Ilo Teme muccepranuu OmyOIMKOBAaHO 3 IIOMHOTEKCTOBBIC OPUTHMHAJILHEIC
pykomnucH (2 u3 KOTOPHIX BKIIOYEHEI B IepedeHh BAK st IyOIHKaIlid OCHOBHBIX
Hay4YHBIX PE3YJBTATOB AUCCEPTAlMii HAa COWCKaHHE YUEHOH CTelleHH KaHIujaTra
Hayk, U 1 crarbs, Bxomsmas B Ql, WHOeKcHpyeMas B MeEXIyHApOOHBIX 0azax
manHbeIX Scopus u Web of Science) u 4 tesmnca MexXIyHapOOHBIX U POCCHHCKHX
KOH(bepeHIIHIA.

Ha ocHoBaHMM DIpencTaBIeHHBIX B aBTOpedepare MarephalioB MOXHO
c/enarb BBIBOI, YTO AUccepTammoHHoe uccnenosanue Ieummaoit C.B. «MyTanus B
rene MEN] B mnaroreHe3e KOCTHBIX HapyIIeHHI IPH HACIEICTBEHHOH Qopme
[EPBHYHOrO THIepIaparupeo3a» MpeacTapiseT coOoi 3aBepHIEHHOE HAy4dHO-
KBAINQUIUOHHOE HcclenoBanue. JIMccepTaHT MPOIEMOHCTPHPOBAN IIyOOKOe
IIOHAUMaHUe MpoOJieMbl, BIaJeHHEe COBPEMEHHBIMH MeTOJaMH aHali3a M
CIOCOOHOCTH K MHTETpal (QyHIaMEHTAIbHBIX W KINHHYECKHX TaHHBIX. Pabora
IIOJIHOCTBEO COOTBETCTBYET 3asiBJIEHHOM crieraibHOCTH 3.1.19. — DHI0KpUHOIOTHSA
(MequUMHCKIE HayKH).

ITo cBoeil HOBU3HE, HAYYHO-IIPAKTHYECKOW 3HAYMMOCTH U JOCTOBEPHOCTH
[IOJIy4EeHHBIX pe3ynsTaToB auccepranus [IsumiHol CBeTianbl BUKTOPOBHEI Ha TEMY
«MyTtanus B rene MENI B natoreHe3e KOCTHBIX HApyIIEHUH TIpH HACIEACTBEHHON
popMe MEepBUYHOrO THIIEPIIapaTHpe03ay, NpeAcTaBieHHas Ha COMCKaHHE YYEeHOM
CTEIEHH  KaHIWJaTa MEOULUHMHCKAX Hayk 1o crnenuaimbHocTH  3.1.19.
OHpokpuHoOnorus  (MEOUIMHCKHAE  HAyKW)  COOTBETCTBYET  KPHTEPHIM,
ycraHoBieHHBIM  «llonoxxeHneM ©  TPUCY)KACHHUU  YUYEHBIX  CTEIeHeil»,
YTBEPXKACHHBIM IO0CTaHOBIeHHeM IIpaButenbctBa Poccuiickoit ®exepanuu ot
24.09.2013 . Ne 842 «O nopsiake MpHUCYXIEHUSI YUIEHBIX CTEIEHeW» B pelakiuyu
nocranoBnenuii [lpaButensctBa Poccuiickoit @enepaiuu ot 30.07.2014 Ne 723, ot
21.04.2016 Ne 335, ot 02.08.2016 Ne 748, ot 29.05.2017 Ne 650, ot 28.08.2017 Ne
26.09.2022 No 1690, ot 26.01.2023 Ne 101, ot 18.03.2023 Ne 415, o1 26.10.2023 Ne

BukropoBHa 3acimyKHMBaeT IPHCYXJIEHHS MCKOMOH YYEHOH CTENEeHM KaHIuara



MEMIMHCKUX HAyK IO crenuainbHOCTH 3.1.19. DHpokpuHONOrus (MEOUIIMHCKUE

HAYKH )
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