
OT3LIB 

ua asTope«<JepaT JJ.nccepTau.uu AJieKcaxuuoH: CseTJiaHbi HuKoJiaeBHbi ua TeMy 

«XapaKTepucTHKa CHEK2-accou.uupoBaHHbiX onyxoJieii MOJIOIJHOH ~eJieJhi», 

npeJJ.CTaBJieuuoH: ua coucKauue yqeuoii cTeneuu KaHJJ.HJJ.aTa 6uoJioruqecKux uayK no 

CIIeU.HaJibHOCTH 14.01.12- OHKOJIOrHH . 

.lJ:HccepTai.JJIOHHa.H pa6oTa AneKcaxHHoii CBeTrraHbi HHKorraeBHbi, rrpe.ucTaBrreHHa.H Ha 

COHCKaHHe yqeHOH CTeiieHH KaHLJ:H.UaTa 6HOJIOrH"LJeCKHX Ha)'K, IIOCB5IIIIeHa H3yqemno 

MOJieKyMpHo-reHeTH"LJecKHx xapaKTepHCTHK CHEK2-accOIIHHpoBaHHbiX orryxorre:H: MOJIO"liHOii 

)l{eJie3hi. 

CHEK2-accOIIHHpoBaHHbie KapiiHHOMbl COCTaBJUIIOT .uomo 

Hacrre.ucTBeHHbiX orryxorreii MorroqHoii )l(eJie3bi. l13BeCTHO, qTo BRCA-accOIIHHpoBaHHhie 

OIIyxOJIH B CB5I3H C HaJIH"LJHeM .ue<l_}eKTa B CHCTeMe perrapaiiHH .lJ:HK "liYBCTBHTeJibHbl K TepaiiHH 

rrperrapaTaMH rrrraTHHbi H P ARP-HHrH6HTOpaM. He cMoTp5I Ha TO, qTo MYTaiiHH CHEK2 TaK)l(e 

rrpHBOMT K HapyrneHH5IM MexaHH3MOB perrapaiiHH ,n:HK .UJI5I CHEK.2-3aBHCHMbiX orryxorre:H: 

TaKHX CIIeiiH<)_)H"LJHbiX BapHaHTOB Tepamm He 06Hapy)l(eHO. 

3a.uaqH, rrocTaBrreHHhie aBTopoM, 5IBJUIIOTC5I, HecoMHeHHO, aKTYaJibHbiMH. ITpoBe.ueHo 

MaCII.JTa6HOe MOJieKyJI5IpH0-3IIH.UeMHOJIOrH"LJeCKOe HCCJie.UOBaHHe (1750 o6pa3IIOB IIaiiHeHTOB, 

1024 KOHTpOJibHbiX crry-qaeB ), orrpe.uerreH BKrra.u 3 IIOBTOPIDOIIIHXC5I MYTaiiHH CHEK2 

(11 OOdelC, del5295, IVS2+ 1 G> A) B 3a6orreBaeMOCTb paKoM MOJioqHoii )l(eJie3bi (3, 1%, 

5411750). nhm BbiiiOJIHeH BcecTOpOHHHH aHaJIH3 6orrhrno:H: rpyrrrrhi CHEK.2-3aBHCHMbiX 

orryxorre:H:: rrpoBe.UeHa OIIeHKa KJIHHHKO-Mop<)_)orrorH"LJecKHX xapaKTepHCTHK orryxorreii, 

BbiiiOJIHeH MOJieKyMpHO-reHeTHqeCKHH aHaJIH3 IIOTepH reTep03HrOTHOCTH B JIOKyce reHa 

CHEK2. MeTOLJ:HqecKHii ypoBeHh LJ:HCcepmiiHOHHOro Hccrre.uoBaHH5I C.H. ArreKcaxHHoii o"LJeHb 

BbiCOK. .2J:JI5I BbiiiOJIHeHH5I perneHH5I IIOCTaBJieHHbiX 3aLJ:a"LJ 6biJIH IIpHMeHeHbl COBpeMeHHbie 

MeTOLJ:HKH MorreKyMpHo-reHeTH"LJecKoro aHaJIH3a: ITIJ,P B peaJibHOM BpeMeHH B pa3JIH"liHhiX 

MOLJ:H<)_}HKaiiH5IX, a TaK)l{e BbiCOKOIIpOH3BOLJ:HTeJibHOe CeKBeHHpOBaHHe HOBOrO IIOKOJieHH5I. 

ITo pe3yJihTaTaM LJ:HCcepTaiiHOHHoro Hccrre.uoBaHH5I CBeTrraHe HHKorraeBHe y.uarroch 

rroKa3aTb, KaKHe HMeHHO Hacrre.ucTBeHHbie MyTaiiHH reHa CHEK2 BHOC5IT 3HaqHTeJihHbiH BKJia.u 

B pa3BHTHe paKa MOJIO"LJHOii )l{eJie3bi y rraiiHeHTOK ceBepo-3arra.uHoro pemoHa PoccHH (del5395: 

1,8%; llOOdelC: 0,86%; IVS2+1G>A: 0,46%). Hccrre.uoBaHHe KJIHHHKO-Mop<)_)orrom-qecKHx 

oco6eHHOCTeif CHEK2-3aBHCHMbiX orryxorre:H: He Bbi5IBHJIO pa3JIH"liHH Me)l{.uy KapiiHHOMaMH, 

aCCOIIHHpOBaHHbiMH C pa3HbiMH HaCJieLJ:CTBeHHbiMH BapHaHTaMH, TaK)l(e 6biJIO IIOKa3aHO, qTO 

3Ta rpyrrrra orryxorreif rrpe.UCTaBJieHa B OCHOBHOM JIIOMHHaJibHblM IIOllTHIIOM HOB006pa30BaHHH. 

Pe3yrrhTaThl MorreKyrr5IpHo-reHeTHqecKoro aHaJIH3a o6pa3IIOB orryxorreBoii TKaHH 



.n:eMOHCTPIIPYJOT reTeporeHHOCTh rpyniihi CHEK2-3aBIICIIMhiX oiiyxoneH:. MoneKymipHo

reHeTII'IeCKHe OTJIH'1li5I OIIyxoneH y HOCIITeJihHHIJ; MYTaiJ;IIII del5395, BhUIBJieHHhie B .n:aHHOM 

IICCJieJJ:OBaHIIII, MOrYT 6hiTh CB5.l3aHhi C pa3JIII'1H5.lMII B 'IYBCTBIITeJihHOCTII TaKHX OIIyx:OJieH K 

Teparriiii . 

3aKmoqeuue. 

BbimecKa3aHHoe II03BOIDieT 3aKJII0'1IITb, 'ITO JJ:IICcepTa:u;IIOHHM pa6oTa AneKcaxiiHOH 

C.H. Ha TeMy: « XapaKTepiiCTIIKa CHEK2-acco:u;I1I1poBaHHhiX oiTyxoneH: MOJIO'IHOH )J(eJie3hi» ITO 

CBOeH aKTYaJihHOCTII, 06beMy BhiiiOJIHeHHhiX IICCJieJJ:OBaHIIH, HOBII3He ITOJiyqeHHhiX 

pe3yJlbTaTOB, IIX TeopeTII'IeCKOH II ITpaKTII'IeCKOH 3Ha'1IIMOCTII IIOJIHOCThlO COOTBeTCTByeT 

Tpe6oBaHII5.lM, IIpeJJ:b5.lBIDieMhiM II. 9 « I10JIO)J(eHH5.l 0 IIpiiCY)l(JJ:eHIIII yqeHhiX CTeiieHeH » NQ842 OT 

24 ceHTx6px 2013 ro.n:a (c II3MeHeHH5.lMII OT 01.10.2018, NQ1168) , ITpe.n:nxBIDieMhiM K 

KaHJJ:IIJJ:aTCKIIM JJ:IICCepTaiJ;I15.lM Ha COIICKaHIIe yqeHOH CTeiTeHII KaHJJ:IIJJ:aTa 6IIOJIOrii'1eCKHX HayK, 

a ee aBTOp 3aCJIY)J(IIBaeT IICKOMOH CTeiTeHII ITO CIIeiJ;IIaJihHOCTII 14.01.12 - OHKOJIOrii5.l. 

ITpo<Peccop Ka<Pe.n:phi OHKonoriiii, .n:eTcKoH: OHKOJIOrHII II nyqeaoH: Tepaiiiiii CI16fiTMY 

,[(OKTOp Me.JJ:IIIJ;IIHCKHX HayK, 3aBeJJ:YJOIIJ;M OHKOJIOrii'IeCKIIM OTJJ:eJieHIIeM XI1pypri1'1eCKHX 

MeTOJJ:OB Jie'1eHII5.l (MOJIO~OH )J(eJie3hi) 

fEY3 «CaHKT-I1eTep6yprcKHH KJIHHII'IeCKHH Hay'1HO-IIpaKTII'1eCKIIH :u;eHTP 

CITeiJ;IIaJIII3I1pOBaHHhiX BIIJJ:OB Me.JJ:IIIJ;IIHCKOH ITOMOIIJ;II ( OHKOJIOrii'IeCKHH) » 
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