
3AKJIIQqEHHE 

<}:>e_nepanbHOrO rocy,napCTBeHHOrO 6IO_n)l(eTHOrO yqpe)l(_neHIUI «Ha:o;HOHaJibHbiH 

Me,nHIJ;HHCKHH Hccne,noBaTeJibCKHH :o;eHTp OHKOJiorHH HMeHH H.H. IIeTPOBa» 
MHHHCTepcTBa 3_npaBooxpaHeHIDI Poccu:H:cKoii <l>e,nepa:o;HH. 

,I(HccepTa:o;mi «XapaKTepHCTHKa CHEK2 acco:o;HHpoBaHHbiX orryxoneii 

MOJIOqHOH )l(eJie3bi» BbiiiOJIHeHa B Hay'-IHOH Jia6opaTOpHH MOJieKyiDipHOH OHKOJIOrHH 

<}:>e,nepanbHOrO rocy,napCTBeHHOrO 6IO_n)l(eTHOrO yqpe)l(_neHH5I «Ha:o;HOHaJibHbiH 

Me,nH:o;HHCKHii Hccne,noBaTeJibCKHii :o;eHTP OHKonorHH HMeHH H.H. IIeTpoBa» 
MHHHCTepcTBa 3,npaBooxpaHeHIDI PoccuilcKo:H: <l>e.n;epa:o;HH. 

B rrepHo,n rro.nroTOBKH ,nHccepTa:o;HH coHcKaTeJib AneKcaXHHa CBeTJiaHa 

HHKOJiaeBHa pa6oTana B <}:>e.nepanbHOM rocy,napcTBeHHOM 6IO_n)l(eTHOM yqpe)l(,neHHH 

«Ha:o;HOHaJibHbiH Me,nHIJ;HHCKHH HCCJie,noBaTeJibCKHH :o;eHTp OHKOJIOrHH HMeHH H.H. 

IIeTpoBa» MHHHCTepcTBa 3_npaBooxpaHeHHH PoccHHCKoii <l>e,nepa:o;HH B HayqHo:H: 

Jia6opaTOpHH MOJieKyiDipHOH OHKOJIOrHH B ,nOJI)I(HOCTH MJia,nrnero HayqHoro 

COTpy,nHHKa. 
B 2012 r. oKoHqJIJia <l>e,nepanbHoe rocy.napcTBeHHoe 6IO_n)l(eTHoe 

o6pa30BaTeJibHOe yqpe)l(,neHHe BbiCIIIero rrpo<}:>eCCHOHaJibHOrO o6pa30BaHIDI «CaHKT­

IJeTep6yprCKHH rocy.napcTBeHHbiH yHHBepcHTen> no crre:o;HanbHOCTH «6HoJioriDI». 

CrrpaBKa o c,n;aqe KaH,nH,naTCKHX 3K3aMeHOB Bhi,naHa B 2019 r. <}:>e.nepanbHbiM 

rocy_napCTBeHHbiM 6IO_n)l(eTHbiM yqpe)l(_neHHeM «Ha:o;HOHaJibHbiH Me,nHIJ;HHCKHH 

Hccne,noBaTeJihCKHH :o;eHTP OHKOJIOrHH HMeHH H.H. IIeTpoBa» MllHHCTepcTBa 

3_npaBooxpaHeHIDI PoccHiicKoii <l>e.nepa:o;HH. 
HayqHbiH pyKoBo,nHTeJib- qJieH-KoppecrroH,n;eHT P AH, ,noKTOp Me,nH:o;HHCKHX 

HayK, rrpo<}:>eccop I1MSIHHTOB EBreHHii HayMoBJiq, pyKoBo,nHTeJib HayqHoro oT,nena 

6HonorHH orryxoneBoro pocTa <I>rEY «HMl1l.l, OHKOJIOrHH MM. H.H. IIeTpoBa» 

MHH3,npaBa PoccHH. 

IIo HToraM o6cy)l(_neHIDI rrpHH5ITO cne,nyro~:o;ee 3aKJIIOqeHHe: ,nHccepTa:o;IDI 
AneKcaXHHOH CBeTJiaHbi HHKOJiaeBHbi «XapaKTepHCTHKa CHEK2-
acco:o;HHpoBaHHbiX orryxoJieH MOJIOqHOH )l(eJie3bi», rrpe,ncTaBJieHHaSI Ha COHCKaHHe 

yqeHOH CTerreHH KaH,nH,naTa 6HOJIOrJiqeCKHX HayK, HBIDieTCH caMOCTOHTeJibHO 



BhinonHeHHOH 3aKoiPieHHOH HayqHO-KBanMcpMKaU:MOHHoii pa6oToii. B ~MccepTaU:MM 

Bb!nonHeHo CMCTeMaTMqecKoe Mccne~oBaHMe CHEK2-accon:MMpoBaHHhiX onyxoneii: 

npoBe~eHO MOJieKyn~pH0-3nM~eMMOJIOrMqecKOe MCCne~OBaHMe, BhinOnHeH aHanM3 

KJIMHMKO-MopcponorlfqeCKMX xapaKTepMCTMK CHEK2-3aBMCMMhiX onyxoneH:, 

BhlnOnHeHO MCCne~OBaHMe COMaTifqeCKMX oco6eHHOCTeH TaKMX onyxoneii (IIOTep~ 

reTepo3MrOTHOCTM no JIOKycy reHa CHEK2, cneKTp coMaTifqeCKMX MYTaU:MH). 

AKTyaJibHOCTb 

AKTyanoHOCTh TeMhi MCCJie~oBaH~ He Bhi3hiBaeT coMHeH~. PaK MonoqHoii 

)l(eJie3bl ~BAAeTC~ O~HMM 113 CaMbiX qaCTbiX OHKOJIOrlfqeCKMX 3a6oJieBaHMH cpe~M 

)l(eHII.J:MH. Hacne~cTBeHHb!e cpopMhi orryxoJieii MonoqHoii )l(ene3hi rrpe~cTaBAAIOT 

oco6yro rpynny 3a6oJieBaHMH, oTnMqaJOII.J:YIOC~ KaK no CTPaTerM~M TeparrMM, TaK M 

no MexaHM3MaM MoneKyAApHoro naToreHe3a. CHEK2-accon:MMpoBaHHhie onyxonM 

COCTaBn~T OKOJIO 3% BCeX KapU:MHOM MOJIOqHOH )l(eJie3bl M B n:enOM 

xapaKTepM3YJOTC~ He6naronp~THhiM nporH030M. TaKMM o6pa30M, M3yqeHMe 

oco6eHHOCTeii MOJieKyAApHoro naToreHe3a CHEK2-3aBMCMMhiX orryxoneH: 

npe~cTaBJI~eTc~ rrepcrreKTMBHhiM. 

HayquaH HOBH3Ha 
BnepBbie BhiiiOnHeH CMCTeMaTMqecKMH aHanM3 COMaTMqeCKOrO CTaTyca JIOKyca 

CHEK2 B CHEK2-accon:MMpoBaHHhiX onyxoAAx. BomonHeHo Macnna6Hoe 

MCCne~OBaHMe «cnyqaH-KOHTPOJih» ~AA onpe~eneH~ BOBneqeHHOCTM 

HacJie~cTBeHHhiX MyTaU:MH CHEK2 B cpopMMpoBaHMe npe~pacrroJio)l(eHHOCTM K paKy 

MOJioqHoii )l(ene3hi. BnepBhie onpe~eJieHhi MoneKyAApHo-reHeTMqecKMe pa3nMq~ 

OIIyxOJieH MOJIOqHQH )l(eJie3hi, aCCOU:MMpOBaHHhiX C pa3HbiMM Hacne~CTBeHHhiMM 

MyTaU:~MM CHEK2. IIoKa3aHo, qTo noTep~ HOpManhHoro anneAA reHa CHEK2 

qaii.J:e npOMCXO~MT B KapU:MHOMaX, aCCOU:MMpOBaHHbiX C MyTaU:MeH del5395, qeM C 

MyTaU:M~MM 11 OOdelC MJIM IVS2+ 1 G> A. BomonHeHo BhiCOKonpoM3BO~MTeJihHOe 

3K30MHoe ceKBeHMpoBaHMe CHEK2-3aBMCMMbiX onyxoneH:, onpe~eneHb! 

COMaTMqeCKMe MyTaU:MM, xapaKTepHbie ~n~ :noro TMna HOB006pa30BaHMH. 
Hayquo-npaKTuqecKaH 3uaquMOCTb pa6oThi 

BornBneHMe pa3nMqMif B MorreKyAApHo-reHeTMqecKOM npocpMne onyxoneii, 

CB~3aHHhiX c pa3HhiMM MyTaU:~MM CHEK2, no3Bon~eT rrpe~rroJIO)I(MTh o HanMqMM 

pa3JI1fqlfif M B MX qyBCTBMTeJihHOCTM K CIIeU:McpMqeCKOH TepanMM. 

CTeneub )J,OCTOBepuocTH pe3yJihTaTOB uccJie)J,oBauuii: 

,[(oCTOBepHOCTb nonyqeHHbiX pe3ynoTaTOB M BhiBO~OB He Bbl3biBaeT 

COMHeHMH, TaK KaK OHM OCHOBaHbi Ha 60JiblliOM 06oeMe MCCJie~OBaHHOrO MaTepMana, 

a TaK)I(e Ha npMMeHeHMM COBpeMeHHbiX MeTO~OB MOJieKyrr~pHO-reHeTMqecKOrO 

aHanM3a. 

Jluquoe yqacTne asTopa B nonyqeuuu pe3yJihTaToB, H3JIO~euubiX B 
)J,HCCepTaiJ,HH 

JlMqHbiH BKJia~ aBTOpa COCTOMT B Herrocpe~CTBeHHOM BbiiiOJIHeHMM 

MOneKyn~pHO-reHeTMqecKMX MCCJie~OBaHMH, o606II.J:eHMM M aHallM3e pe3yJioTaTOB 

pa6oThi. 



IIonuoTa H3Jiomeuu.H MaTepuanoB ~uccepTaQHH B pa6oTax, 
ony6JIHKOBaHHhiX COHCKaTeJieM 
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