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Ha aBTopedepar aucceprauum
Faspuniok Hatanbu JmutpuesHbl Ha Temy «3HauyeHue nonumopdusmos
KaHAWAATHBIX FeHOB B PasBUTUU aHEBPU3MbI BOCXOAALLLEro OTAENA a0PTbI»,
npeAcTaB/ieHHO HA COMCKaHMe yYeHOM cTeneHu
KaHAMAaTa MeauLMHCKUX HayK
no cneumanbHoctu 14.01.05 — kapguonorus

Ha cerogHAWHWA AeHb Kak B OTEYECTBEHHOW, Tak M B 3apybexHol nuTepatype
aKTUBHO 0BCY)KAAeTCA BaXHOCTb NEPCOHUPULMPOBAHHOIO NMOAXOAA B AMArHOCTUKE M NeYeHuu
aHeBPMU3Mbl rpyaHoi aopTbl. Ocoboe BHMMaHWE YLENAETCA BbIABNEHWIO HAC/EACTBEHHOI
MPEAPACNONONKEHHOCTU B PasBMTUM aHEBPU3Mbl AOPTbl, @ TAKMKE PUCKA BO3HUKHOBEHMA
OC/IOKHEHWI Y NaLMEHTOB C Y)XKe AMarHOCTUPOBAHHOW MaTo/ormelt aoptbl. Takoi aHanus
0COBEHHO Ba)KeH C y4eTom pocTa 3a601eBaeMoCT aHeBPU3MO rpyaHOro otaena aopTbl U
HEobXoAMMOCTbIO MAEHTUDMKALMM HALEIKHbIX NPEAVUKTOPOB HebnaronpuaTHoro ncxoaa.

AKTYyanbHOCTb [@aHHOro AMCCePTaLMOHHOrO UCCNeA0BaHMA 3aK/I04YaeTCa B TOM, YTO Ha
bonbwoit BbiGopke NpoaHanM3UPOBAaHO BAMAHWE PasfUYHBLIX BApPUAHTOB FEHOTMMOB reHOB
MaTPUKCHbIX METa/IIONPOTeNHa3 Ha PUCK PasBUTMA aHEBPU3Mbl BOCXOAALLETO OTAENa aopThbl U
MPOBEAEHO  COMOCTaB/€HMe TEeHOTUMOB MO YPOBHIO COOTBETCTBYHOWMX  MaTPUKCHbIX
METannonpoTenHas B TKaHW aopTbl W  CbIBOPOTKE KPOBW. BbiABNEHbI  reHOTUMbI,
accouMMpoBaHHbIE C aHEBPU3MOW BOCXOAALLETO OTAena aopTbl - reHotun AA u reHotun CC
noAMMOpdHbLIX BapuaHToB rs11697325 u rs2285053, A annenb noAMMOpPGHOro BapuaHTa
rs2252070. Kpome TOro, nokasaHo, 4to Hanuume AA reHoTtuna rs11697325 COMpPAXEHO He
TO/IbKO C yBe/INYEHNEM YPOBHA COOTBETCTBYIOLLEA MaTPUKCHON METaNIoNnpoTenHasbl, HO U C
Bonee BbIpa)KeHHbIM pacLUIMPEHUEM a0pPTbl.

B HacTosiee Bpema Bonblioe BHUMaHWE YAENAETCA reHy rNafKOMBbILEYHOro akTUHa
ACTA2. Tossnaetca sce 6onblue paboT o BbiIABAEHWM MyTaLMii B reHe ACTA2 npu aHeeBpusme
BOCXO4AULei aopTbl. OfHAKO, YacToTa BCTPEYAEMOCTU CMOHTaHHbIX MyTauui B reHe ACTA2 y

2NL, CO CNOPaANYECKON aHEBPU3MOI a0pPTbl O CUX MOP A0 KOHLLA He U3yyeHa.



B npepgcraBneHHoi pabote BnepBble Ha 6osbwoOW BblbOpKe nauuneHToB CeBepo-
3anagHoro pervoHa P® nposefeHO CeKBEHUPOBAHME reHa rnagKombilleyHoro aktuHa ACTA2.
MonyyeHHble pe3ynbTaTbl — OTCYTCTBME 3HAYUMMbIX MOJMMOPQHbLIX BapuMaHTOB, ABNAIOTCA
6e3ycn0BHO BaXKHbIMU A5 NMPaKTUYECKOTo 34paBOOXPaHEHUA U ccienoBaHuMin B 3Toi obnactu
B JaNbHeWlweM. B npakTU4yecknx pekomeHaaLusax oTMedYeHa HeuenecoobpasHoCcTb pyTUHHOro
MOUCKa M3y4yeHHbIX MyTauumih B reHe ACTA2 pna BbiaBneHMA B 06LWeEN monynauuu nuy, c
BbICOKMM PUCKOM Pa3BUTUA aHEBPU3Mbl BOCXOAALLErO OTAENA aOPThl.

AsTOopedepat pguccepTauuMu OaeT MNOMHOe MPeACTaBNEHUE O €e COAEpMKaHUMU.
MonoxeHna n BbIBOAbI MMEIOT MPAKTUYECKYID 3HAYMMOCTb M HaAy4yHYK LEeHHOCTb. ABTOpPOM
NPUMeHeHb! afleKBaTHble MeToAbl CTaTUCTUYECKON 06paboTKM AaHHbIX. OCHOBHbIE pe3ynbTaTbl
nccnefoBaHWA u3OaHbl B NevyatM M O0N0XeHbl Ha BcepocCUMCKMX M meXayHapoLHbIX
KoHdpepeHuumax. Mo Teme AMccepTaLMOHHOro uccnefoBaHmsa onybamkosaHo 10 cTaTeld, 6 U3 HUX
— B HaYYHbIX peLeH3npyemblX KypHanax, onpegeneHHbix Boiclien ATTectauMoHHoOM Komuccmen
MwuHobpHayku Poccuu.

Mo coaeprkaHuto n opopmneHmto aBTopedepata MOXKHO BbiCKa3aTb PA 3amedaHui.

1. CraTtuctuyeckas nHGopmaLmMa No BCTPpe4aeMoCTU cMmepTHoCcTM oT ABOA, BKAto4an
nepuvonepaLmoHHY0 NeTanbHOCTb, B OCHOBHOM CTaplle 5-n1eT U He COAEepXUT [0CTaToOYHO
AaHHbIX no Poccuiickont ®epepaumm.

2. TepMWH «HECMHAPOMHas aHeBpM3Ma» TpebyeT AOMNO/HUTE/IbHbIX NOACHEHUA. U3
KOHTEKCTa MOMHO MOHATb, YTO, OYEBUAHO, KHECMHAPOMHOCTbY MOAPa3yMEBAET OTCYTCTBUE
KOHKPETHbIX CMHAPOMOB: cuHApoma MapdaHa, cnHapom dnepca-faHnoca, cmHapom flonca-
AuTua v gp. BO3HMKaeT BONPOC KakuX OPYIUX, U KaK BCE OHW UCKAKYaNUCh?

3. He npuBeaeHbl gaHHble POAOCNOBHOM, HEACHO HAa OCHOBAHWUWM KaKWUX KpuTepues
WCKNIOYaNUCb cemeitHble BapuaHTbl ABOA.,

4, He Bcerga NOHATHbI MPUYUHBI U KPUTEPUM BbIOENEHUA MOATPYNMN, a TaKXKe
ncrnonb3yemas npu STOM TEPMUHONOIUA, HaNnpUMep, «YCNOBHOE pasaenieHne Ha NoArpynnbi C

BMKycnUOaNbHbIM U TPUKYCMMAAbHBIM a0PTasbHbIM KAanaHom» (cTp. 7 1 9).



5. YTBepxaeHMe O COMOCTaBUMOCTM CpPaBHMUBAEMbIX rpynn Ha ctp. 8 no
Aemorpaguyeckmm nokasatensim NpoTMBOPEUUT AaHHbIM Tabnuubl 1 Ha cTp. 10 1 BbiBOAY 1 Ha
ctp. 17. ConoctasumocTb roBOpuT 06 OTCYTCTBMM pPasnnumi, Tabnvua 1 — o Haauuum
AOCTOBEPHbIX PasNNYMNiA MO NONY W BO3PACTY, BbIBOA 1 — TONIbKO O PasNMuMax no nony.

6. MouHble KoppennaumMoHHble cBszu CPIB ¢ KOHUeHTpaumernt MMM2 1 MMMI B
CbIBOPOTKE KPOBM Y 60/1bHbIX ¢ ABOA 1 B TKaHM y 601bHbIX Yy 60/bHBIX ¢ TAK ¢ MMM (cTp. 12)
AONIKHbI BbITb MPOUNNIOCTPUPOBAHBI PUCYHKOM.

7. VICKNIOYeHMEe 3HAYMMbIX CTEHO30B MO AaHHBIM KOpOHapHOW aHruorpapum He
MOMET MOJIHOCTbIO UCKNIOYNTL B/IMAHWE aTepPOCKNepOTMYecKoro npouecca (cTp. 12 13).
Bo3HuMKaeT nogmeHa NOHATUM, YTO HECKOILKO MCKaXKaeT CMbICA BbiBOAaA 4 (cTp. 17).

8. U3 Tekcra Ha cTp. 14 1 B Tabnumue 5 Ha cTp. 14-15 cnepyet, uto puck ABOA
3Ha4MMO NoBbIWEH TONbKO Yy HocuTenen reHoTuna AA reHa MMIY, TOrga Kak mccnenoBaHue
nonnmopéduramos reHos MMIM2, MMM 13 nokasano nuwe Manoe yBenunyeHune pucka. MNpun atom
B MPaKTUYECKWUX PEKOMEHAALMAX 3aBTOPOM npeasaraeTcs WMCMONb3OBaHWE A1A BbIABAEHUA
rpynn BbICOKOrO pUCKa NOSMMOPOUIMOB BCEX MEPEUUCTIEHHBIX FEHOB, YTO HE MOXeT 6biTb
3KOHOMMYECKM LienecoobpasHbim.

9. A66peBuaTypbl B TEKCTE M B CMMCKE COKPALLEHM cofepaT owmnbku. Yactb
cokpauieHnin (ACT, AJIT) B TeKCTe He WCMONMb3YeTCs, YacTb (TUMN, ANHN, ANBMO u ap.)
WCNONb3yeTca TONbKo pas. Hekotopbie (MM, TUMIM, ABOA, SNP) noscHstoTcs HEeOAHOKpaTHO
— B CMUCKe COKpaLleHUi 1 B TeKcTe. COKpalLeHUsa UCMONb3YIOTCA B PA3IMYHOM HaNWUCaHUM (XC-
OXC) v pasnnunoit TpaHcautepaumm (MMI-MMP).

10. A66pesuatypy TAK kenatenbHO pacwnpposatb KaK TPEXCTBOPYaTbI
aopTaNbHbIA KNanaH, a He TPUKYCMWMAANbHbIN A0PTaibHbIA KnanaH Bo M3bexaHue ABOMHOro
TONIKOBAHMA.

OfHaKo BCe BbICKA3aHHbIE MO COAEPMAHWIO W 0DOPMNIEHUIO 3ameyaHua He

ABNAKOTCA NPUHUWNNANBbHbIMU U He YyManarwT Hay4HOro 3Ha4yeHunA MOJIYYEHHbIX OAaHHbIX,



OcHoBbIBaACb Ha M3yYeHHOM MaTepuane asTopedepata, MOXHO 3aK/IOYUTb, YTO
AnccepTalMoHHoe uccneposaHve laBpuniok Hatanbu [AMUTpUEBHbl Ha Temy: «3HayeHue
NoNMMOPPMU3MOB KaHAMAATHBLIX FEHOB B Pa3BUTUM aHeBpPU3Mbl BOCXOAALLErO OTAENA a0OPTbIY,
NPEACTaBNEHHAA Ha COMCKaHWE YYeHOW CTenmeHM KaHAMAaTa MeaULUHCKMX HayK no
cneunanbHoctn 14.01.05 — KapAMONorus, BbINONHEHHAA NOJ, Hay4HbIM PYKOBOACTBOM [0KTOpa
MEAMUMHCKMX HayK MowuceeBoit Onbr MuxalinioBHbI, ABNAETCA 3aKOHYEHHOM Hay4Ho-
KBaMMKaLMOHHOM paboToi, B KOTOPOI aBTOPOM peLueHa aKTya/ibHaa Hay4yHO-NpakTuyeckas
3afid4a  — W3ydeHbl HOBble HacneACTBEHHble GaKTOpbl pPWUCKa pPasBUTUA  aHEeBPU3MbI
BoCxoAslero otaena aoptbl. 1o akTyanbHOCTH, HaY4YHOI HOBU3HE, 06OCHOBAHHOCTM BbIBOA,0B,
PEKOMEHAAUMIM M NPaKTUYECKON 3HAYMMOCTU AMCCEPTALMOHHOE nccnefoBaHUe MOMHOCTbIO
cooTsetcTByeT TpebosaHunAm N.9-14 «MonoxeHNa 0 nopaaKe MPUCYKAEHWUSA YUEHbIX CTENEHENY,
yTBepxaeHHoro loctaHosneHuem lMpasutensctsa Poccuitcko ®epnepauum oT 24 ceHTAbpA
2013r. Ne842 (pea. ot 01.10.2018, ¢ n3m. ot 26.05.2020), npeabaABNAEMbIM K AUCCepTaunaAM Ha
COMCKaHWe y4eHOM CTeneHn KaHAMZaTa Hayk, a ee aBTop 3aciyKusaeT NPUCYXXAEHUA YYEHON

CTE€NeHN KaHanAaTa MEeAMLMHCKMX HayK No cneunanbHocTh: 14.01.05 — kapanonorus.

16 despana 2021
3asegyowmin Kabegpoi

nponeaeBTUKU BHYTPEHHUX bonesHelr CMN6 IMMY
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dﬁ'EOy BO "CaHKT—I'IeTep6yprCKMM rocyapCTBEHHbI NeanaTpUUYecKnii MeULMHCKUI
yHusepcuTeT" MUHWUCTEPCTBA 34PAaBOOXPaHEHUA Poccuiickoi Gepepauun
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