OT3bIB

Ha aBTOpedepaT IuccepTAHOHHONH PadoThI
IIeunnoil Ceetsianbl BukTopoBHbI Ha Temy «MyTanus B rene MENI B
naroreHe3e KOCTHbIX HAPYIIEHUi NP HAC/IeICTBEHHOH (hopMe epBHYHOTIO
THNepnapaTupeos’a, NpeIcTABJICHHON HA COMCKAHUE YYEHOH cTeneHn
KAaHIN/AaTa MeJMIMHCKIX HAYK
o cneurajibHocTu 3.1.19. Jnpokpunosorus (MeIHIUHCKIE HAYKH)

Penxoe ayTocoMHO-10MUHAHTHOE 3a00JIeBaHNE — CHHAPOM MHOXKECTBEHHBIX
SHIOKPUHHBIX Heomnasui | Tuna (MOHI1), Bo3HMKaeT BCIIECTBHE TeTEPO3UTOTHON
MyTanuud B TeHe MENI, KOTOpBIA KOIHMPYeT OelOK-OHKOCYIpeccop — MEHHH.
ITatorenHsle MyTauuu Bo 2-M u 10-m sk30HaX reHa MENI SBISIOTCS IPHYMHON
passutuss MOH]1, KOTOpBIN XapakTepusyeTcss HAIMIUEM SHIOKPUHHBIX OITYXOJIEH:
IapaliuTOBUIHON  JKeje3bl, TIaCTPOIHTEPOIIaHKPEaTUUEeCKOM  DHIOKPUHHOU
CUCTEMEI ¥ aIecHOMBI liepeiHell fomu runodusa. Ilarorennsie mytanuu B 10-m, 11-
M, 13-16-m »k30Hax rena RET SBISIIOTCS NPUYMHOW PA3BUTHUS MHOXECTBEHHON
SHIAOKPHUHHON HeoIlulazuu 2-ro Tthna. CBoeBpeMEHHOE HallpaBlieHUe MaldeHTa Ha
TEeHETUYECKOE UCCIIEOBAaHNE C IIEIBI0 UCKITFOUSHUS IEPBUYHOTO TUIIepIIapaTupeo3a
(III'TIT), accouuupoBaHHOro ¢ cuHapoMoM MOHI, — BaxHBIE (axTop,
ONpENEIAIONIUNA TaKTUKy JIEYeHUS M NPOrHo3. B ycCIOBHSX OrpaHUYEHHOU
JOCTYIIHOCTU TI'E€HETUYEeCKUX WCCIEAOBAHUM TOUCK KIWMHUYECKUX MAapKEPOB,
YKa3bIBAIOIIUX HA HaJnu4due MyTalui B rene MENI, ocTaeTcst akTyajlbHOU 3ajaueil.

Jloxanuzainus reHa — 5To JIOKYC Ha JJIMHHOM ITede XxpoMocombel 11q13.1 (ren
MENI) n noxyc 10q11.21 (ren RET). HecmoTpst Ha mpoBe/leHHOE KapTHPOBaHUE
rena MENI B 1997r. m oOHapyXeHUE TeHETHYEeCKOH MpHUpoasl 3abosieBaHus,
KOPPEJSIIIUU MEX]Ty TEHOTHUIIOM ¥ (PEHOTUITHYECKAMHU MPOSBICHUSIMU MPU TaHHON
[ATOJIOTUM HE BBIABICHBI. MOJIEKYISIPHO-TEHETUUECKUE aclEeKThl IaToreHe3a Ipu
MDOHI Mano u3ydeHbl, 4TO MOJYEPKUBACT Ba)KHOCTH KOMILIEKCHOTO H3ydeHUs
(byHIaMEHTaIBHBIX aCIIeKTOB JAaHHOW HO30JIOTHHU B KIIMHUYECKON IIPaKTUKE.

B pa6ore Csernansl Bukroposusl wusydern MIIITIT, npanable 00

0COOEHHOCTSIX  KOCTHBIX  OCJIOKHEHWH opyu  KOTOpOM  MAJIOYHCJICHHBI U



IPOTUBOPEYMBEI, BBUAY opdaHHOCTH 3a0oneBanus. DyHIaMEHTAIBHBIN OIOK
HCCJIENOBaHUs IIOCTPOCH Ha IIPOBEPKE psijia TUIOTE3, CBUACTEIBCTBYIOIIUX O
BIMSHUM MeHMHA Ha JU((OEpeHIUPOBKY OCTEOOIacTOB U MHMHEpaIU3aLUIo
KOCTHOT'O MaTpHKca.

Hay4ynass HOBM3Ha paboTHl 3aKiodyaeTcs B KOMIUIEKCHOM IIOAXOAE K
U3Yy4EHUI0 KOocTHO-MeTabonuueckux HapymeHud npu MIIITIT mo cpaBHeHHIo co
criopagudeckol ¢opmoil 3aboieBaHus. Jas pemieHuss ITOCTaBICHHBIX 337a4
UCIIOJIB3YIOTCSI HOBBIE METOJBI HCCIEAOBaHMS, Takhe Kak 3D-MopenupoBaHHE
IIPOKCUMAJIBHOTO OTJiela OeIPEHHON KOCTH, TPAHCKPUIITOMHBIN aHaJIN3 MalUueHT-
crenuprUyIecKoro KJIETOUYHOTO OnoMarepuaia ¢ Mmytauueit B rene MEN].

B cooTBeTcTBHE ¢ MOCTaBIEHHBIMU 3a/ladaMy paboTra OblIa paszeneHa Ha 4
aTana, KOTOpkIe MOCIeA0BaATEIFHO BBINOJIHSINCH Ha IPOTSHKEHUNA HECKOIBKUX JIET.
OcHOBBIBasiCh Ha COOCTBEHHBIX pe3ysbTrartax JabopaTopHbBIX, HHCTPYMEHTAIBHEIX,
BBICOKOTEXHOJOTHYHBIX U KYJbTYyPaTbHBIX METOJIOB UCCIICIOBAHUS OBLIM CIEIaHb]
COOTBETCTBYIOIIME  BBLIBOJABL.  JIOCTOBEPHOCTH  IONYYEHHBIX  PE3yJILTAaTOB
TIOATBEPXKIACTCSl  JIOCTATOYHBIM  KIMHUYECKAM — MarepuajoM M 00BbEMOM
IIPOBEJIEHHBIX MCCIIeI0BAHUH.

3JaKIIoueHHe Ipe/cTaBisieT CcOoO0OM CHHTE3 IIOIYYEHHBIX JaHHBIX, L€
0000IIIeHb! pe3yJIbTaThl IIaB, ¢ aKIIEHTOM Ha HambOoJjee 3HAadMMble, 110 MHEHMIO
aBTOpa, pe3yJbTAaThl W OOCYXJICHMS, YTO II03BOJSIET IIPEICTaBUTh HUTOTH
TUCCEPTAIIMOHHOTO MCCIIeIOBAHNUS.

ABTopedepar auccepTaluy H3JI0XKEeH Ha 34 CTpaHMIaX MAaUIMHOIIKMCHOIO
TEKCTa, BKJIOYaeT B ce0s TpaJWIMOHHBIE pa3Jeibl, IIOIHOCTEIO OTpaKkaeT
coJiepyKaHue JUCCePTAIUU U cOOTBeTCcTByeT TpeboBanusM BAK. I TpuHIMnMansHeIx
3aMEUYaHUH K ero COJAEPIKaHUIO0 1 OOPMIICHHIO HET.

[To Teme muccepranuu OIyOJUKOBAHO 3 IOJIHOTEKCTOBBIE OpPUIMHAIBHBIC
CTaThbH ¥ 4 Te3Mca MEXK/Ty HAPOTHBIX U POCCUUCKUX KOH(pEpeHLNH.

Hcxonst U3 BBINIEU3IIOKEHHOIO MOXXKHO 3aKIIOYUTh, YTO JUCCEPTAIlHOHHAS
pabora ITeumuaoit Ceetansl BukropoBHbl Ha TeMy «Mytamus B rene MENI B

IaroreHe3e KOCTHBIX HApPYUIEHUN IpU HACIENCTBEHHOW (opMe IepBUIHOTO



THIIepIIapaTUpeo3a Mo crenuanbHocTd 3.1.19. — DHgokpuHOIOTHS, BEITONHEHA Ha
BEICOKOM  METOJMYECKOM YpPOBHE M  SBJISETCS  3aKOHYEHHOM. Hay4dHO-
KBaTU(QHUKALUOHHON paboTON, B KOTOPOW Ha OCHOBAHHH IPOBEACHHBIX aBTOPOM
HCCIIEIOBAHUM COLECPIKUTCS PElIeHWe aKTyallbHOM HAay4YHOW 3ajadyd, YTO UMEET
CYILLECTBEHHOE 3HAYEHUE JIJIs1 DHIOKPHUHOIOTHH.

Huccepranronnas paboTa COOTBETCTBYET KPUTEPHUAM, YCTaHOBJICHHBIM ITII.9-
14 TlonoxkeHus O TIPUCYXKJCHUH  VUCHBIX CTCICHEH, yTBEPXXICHHOTO
ITocranosnenueMm IIpasurensctsa Poccuiickoit @eneparuu ot 24.09.2013 1. No842
(B penmakumu Ilocranommenust IlpaButensctBa PO Nel382 or 16.10.2024r),
IIPENBSBISIEMBIM K JUCCEPTAUSIM Ha COUCKAHUE YUEHON CTeIeH! KaH/Au1ara HayK,
a ee aBrop IIemumua Ceemiana BukropoBHa 3aciiyXUBaeT MPUCYXIEHUS UCKOMOM
CTENEHM KaHaujIara MCIUMUMHCKAX HayK 1o coenuanbHoctd 3.1.19. —

OHAOKPUHOJIOTUS (MEIULIMHCKUE HAYKH ).

3aMecTUTeINb TeHePATBLHOTO JUPEKTOPA,

PYKOBOJUTEH OT/ENa 110 pa3padoTKe U

HCCIIeJIOBAHUSM B 00JIaCTH HMMYHOJIOTHU

000 «Texon MeguuHCKHE TPUOOPHD)
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IToamuck qokTOpa MEIUIIMHCKUX HayK AbakymuHol E.B. «3aBepsro»:

I'enepanshbiii qupexrop OO0 «TEKOH MT)

- ynpasisiroiei opranuzanuu OO0 «TEKOI [Ipecusixos B.B.

KontaktHass wHpopMmarws: OOmecrso ¢ OrpaHHYCHHOM  OTBETCTBEHHOCTHIO  «TekoH
Menumuackue mpudopsn»y (OO0 « TEKOH MIIy, r. Mocka, Poccuiickas @eneparus).

Anpec: 123298, Poccuiickas Dejepanus, . Mocksa, 3-s1 XopoméBckas yi., A. 16 xopim. 2.
Tenedon: +7 (495) 730-41-12. e-mail: abakushina@tecon.ru.
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