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OT3b1B 

Be.i:.ymeii opraHH33QHH rocy.r.apcTseuuoro 

JJJ.pasooxpaueuusr ropo.z:.a MocKBhI «Hayquo-uccJie.r.osaTeJihcKoro HHCTHTyTa 

CKOpoii U0M0il.lH HM. H.B.CKJIH<l>OCOBCKOf'O )].enapTaMeHTa JJJ.pasooxpaueHHSI 

ropo.z:.a MocKBhI» o uayquo-npaKTuqecKoii JHal.fHM0CTH .r.nccepTauun 

CeMeuosa ,ll.MuTpusr AJieKcau.r.posuqa ua TeMy «Oco6euuocTu .i:.uaruocTnKu u 

Jiel.feHHH CHHJJ.pOMa JIHHl.fa», npeJJ.CT3BJieHHOH Ha COHCKauue yqeuoii CTeneuu 

K3H)J,H)laTa Me)J,HQHHCKHX uayK no cneuuaJihH0CTHM 14.01.17 - «Xupyprusr», 

03.02.07 - «reueTHKa». 

OueuKa BhIDOJIHeuuoii concKaTeJieM pa6oThI. 

Pa6oTa ITOCB.HIUeHa 113yqemno oco6eHHOCTl1 )],MarHOCTHK0 M JieqeHJUI 

CHH.IJ.pOMa JlHHY.a. DbIJIH pa3pa6oTaHbI Kp11Tep1111 )],JUI OT6opa rrau11eHTOB C 

KOJiopeKTaJibHbIM paKOM ,[(JUI BbIITOJIHeHH5I HCCJie,UOBaHIDI Ha HaJrnq11e MYTaUHl1 

reHOB CHCTeMbl penapau1111 )],HK. Onpe)],eJieHbl OITTHMaJibHhie 06beMbI 

x11pypn1qecKoro BMernaTeJihCTBa y rrau11eHTOB C KPP Ha <poHe CHH.II.pOMa JI11Hqa, 

l--hyqeHbI KJIHHHqecKHe xapaKTepHCTHKH rrau11eHTOB C KOnopeKTaJibHbIM paKOM Ha 

<pOHe CI1H.IJ.pOMa Jl11Hqa, 



ITocTaBJieHHhie 

ITOCTaBJieHHOH u;em1. 

11CCJie,noBaHIDI. 

IT0JIH0CThlO crroco6cTBYJOT )],0CTH:)KeHHIO 

qeTKO ccpopMyJI11poBaHa 11 HayqHa.sI HOBl13Ha 

CTeneHb AOCTOBepHOCTH pe3yJJbT3TOB npose.r.ennoro UCCJJe,AOBaHHH. 

Pe3yJihTaTbl 11ccne,noBaH11.sr, Hayt-IHhie II0JI0)KeHHH, rrpaKTJ1t-leCKl1e 

peKOMeH)],aUHJ1 l1 BbTBO)],hl )],l1CCepTau;1111 OCHOBaHhl Ha attamne )],OCTaTOl:JHOfO qJ-IcJia 

KJIHH1'f.1-leCKl1X tta6JIIO)],eHMM, o6-beKTl1BHbIX MeT0)],0B )],HarH0CTHKH M C0BpeMeHH0r0 

11HCTpyMeHTaJlhH0ro o6cne)],OBaHHH, lffQ 11 orrpe)],en.sreT )].0CT0BepH0CTb pe3yJioTaT0B 

pa60Tbl. HayqHble IIOJI0)KeHHH, BblBO)].bI 11 peK0MeH)].au;1-rn , ccpopMyn11poBaHHbi e B 

)].HCCepTaUI-UI, .sJBJl.sIIOTC.sI o60CHOBaHHbJMI1, IT0JIH0CThlO 0Tpa)KalOT cyru;eCTB0 

B0rrpoca H OTBeqaJOT u eJI.sIM H 3a)],al-faM, IT0CTaBJieHHbl M B pa6oTe. 

HayquaH HOBH3Ha H npaKTH"lJeCKaH 3H3'1HMOCTb HCCJJe,AOBaHHH. 

Pa6oTa SlBJI.sJeTC.sI rrepBblM 0TetJeCTBeHHblM MCCJle)].0BaHHeM, ou;ett11Ba10IIJ:J,IM 

KJlHHHl-feCKYIO H MOJleKyn.srpHo-reHeUil-feCKYJO xapaKTep11CTHKl1 rrau;HeHTOB C 

CHH)].pOMOM JI1-rnqa, 

Er,rno rrpo)].eMOHCTpHpoBaHO, l-fTO rrau11eHTbl C CHH)].pOMOM JIHHt.Ja HMelOT 

cpeHOTI1llMqecK11e oco6eHHOCTH. Ha116onee qacTO y rrau11eHT0B C CJI 6r,rn Bbl.sIBJieH 

paK TOJICTOH KHIIIKH - 119 (75%) cnyqaeB. Ha BTopoM MecTe a CTPYKType 

3a6oneaaeMOCTM y rrau11eHT0B C CJI, HaX0)].HTC51 paK )KeJiy)].Ka, KOTOpbIH BCrpenrnc.sr. 

B 13 (8%) Ha6JIIO)].eHIDIX. B TO )Ke BpeM.sI 110 )],aHHblM 3apy6e)KHOH JIHTepaTypoI paK 

)Keny.LI.Ka 3aHHMaeT JIHII.Ib 6 MeCT0 no t.JaCTOTe BcrpeqaeMOCTJ1. B 20 (49%) CJIYYa51X y 

pOCCHHCKHX nauHeHTOB 6brna Bbl.sIBJieHa JieBOCT0p0HH51.sI JIOKaJIH3aUHH KPP, B TO 

apeM51 KaK B eaporreMCKOH II0IIYJIHUHH paK )],aHHOH JT0KaJIH3aUH11 o6Hapy)KJ,fBaeTC51 

JIHIIIh B 30% tta6rr10)],eH11ii. 

BornaneHo, l-fTO y 6onhHhIX c CJI Ha116orree YacTo 6hrna o6ttapy)KeHa MyTaUHH 

a rettax MLH J 11 MSH2 - 88% Ha6n10)].eH11i1, qTo cooTBeTcTayeT )].aHHhIM, 

npe)].CTaBJieHHbIM a JlHTepaTypttbIX 11.CTOt.JHHKax. O)].HaKO a )],aHHOM 11.ccne)].0BaHHH 

MyTaUIDI B reHe MLH 1 6bIJia Bbl51BJieHa B 50% CJIYt.Ja.sIX, B TO apeM51 KaK y 

6oJihIIIMHCTBa eaporreiiuea Ha116onee qacTo )].HarttocT11pyeTc.sI MyTaUHJI retta MSH2. 



bbJJIO rrpo,n;eMOHCTJ)HpoBaHO, '4:TO paK )KeJiy.n_Ka BCTpeqaJIC.Sl C BbICOKOM 

9acroro11 KaK B ceMMI.X c ttacne.n_crBeHHhIMH MyTaUH.SIMH B reHe MLHJ - 12%, TaK H 

y 6oJihHhIX c MyTaum1.M11 B reHe MSH2 - 4%. 3noKal.feCTBeHHhie HOBoo6pa30BaH11.s:r 

MaTKM qarn.e 06Hapy)K11Ban11ch B ceMMIX npo6att,n;oB c MyTaum1.M11 B rette MSH2 -

5%. PaK opraHOB MoqeBhT)J;eJII1TeJihHOM Cl1CTeMbl 6bIJI BhUIBJieH TOJihKO B ceMb.sIX c 

MyTau:11.s:rM11 B reHe MSH2 - 3%, a paK W.HTOBMJl.HOM )KeJie3hI TOJihKO y npo6aH,n;a c 

repMMHaJihHOH MyTau1-1e11 B reHe PMS 1. 

Y CTaHOBJTeHO, l.fTO C ueJTh}O npoq:rnnaKTHKH BO3HMKHOBeHH.Sl MeTaxpOHHOro 

paKa TOJICTOM KHUIKH y rrau:HeHTOB C naTOJior11e11 reHOB CHCTeMhl perrapau:1111 )],HK 

peKOMeH,n;yeTC.Sl BbI6op KOJI3KTOMI1l1l1 npH 3JIOKal.feCTBeHHOM HOB006pa30BaHHH 

060,n;Ol.fHOH Kl1UIKI1. Yl.fl1ThIBa.Sl TO, l.fTO MHett11e rraUI-ieHTa, 6e3yCJTOBHO, HrpaeT 

Ba)KHyJO ponh rrpH BhT6ope o6oeMa orrepauH11 no noBo,n;y KPP Ha <poHe CJI, 

BblilOJIHeH11e cerMeHTapHOM pe3eKUMM TOJTCTOH KHUIKI1 BO3MO)KHO paccMaTpirnaTb, 

KaK aJibTepHanrny y,n;aneHirn TOJTCTOM KHUIKH. 

bhIJIO rrpo,n;eMOHCTpHpOBaHO, qro aM6ynaTOpHoe 06cJieJ].OBaH11.e rrawrnHTOB C 

CJI 11 HOCMTeJieH MyTau:1111 Heo6xo,n;11Mo Hal.fHHaTb c 22-neTHero BO3pacTa. B :noi1 

rpyrrne 6onhHhIX, Yl.fHThIBa.Sl BhICOKYIO qacroTy BO3HHKHOBeHmI KPP, 

peKOMeH,n;yeTC51 BhII1OJIHeHJ,fe KOJTOHOCKOTIHI1 Ka)K)].ble 6 Mec.s1ueB. U:enecoo6pa3HO 

npoBe,n;eH11e 3f ,[(C c 27-neTttero BO3pacTa. ITau:11eHTKaM npH o6ttapy)KeHHH 

c11H,n;pOMa J111Hl.fa BO Bcex cnyl.fa.HX tteo6xo.n_11Mo Ha6nJO,n;eHHe nrneKonora-OHKonora, 

Hal.f11Ha.s:r c Bo3pacra 27 neT. EonhHhIM c MyTau:11ei1 B reHe MSH2 rroKa3aHo 

Ha6nJO,n;em:Ie OHKonora-yponora c 32-neTHero BO3pacra. ITpH MyTaUHH B reHax 

PMSJ peKoMeH,n;yeTc.Sl 06cne,n;0Batt11e IIJ,HTOBHJl.HOH )KeJie3hI c 4O-neTttero BO3pacTa. 

BhrnonHeHHe MPT ronoBHoro MO3ra onpaB.n_atto y 6onhHhIX c c11H,n;poMoM Jlttttt.J.a, B 

ceMeiiHOM aHaMHe3e KOTOpbIX BCTpeqaJIMCb onyxom1 ,n;aHHOM JIOKaJIIHau:1111. 

3HaqeHHe noJJyqeffHblX pe3yJJhTaTOB HCCJJC,UOBaHHSI H UCHHOCTb 

uayquoii pa60Tbl COHCKaTCJJ.SI. 

U:eHHOCTh HayqHOH pa60Tbl 3aKJIJOl.faeTC.Sl B TOM, lfTO umpoKoe BHe,n;peHMe B 

npaKTHKY anropHTMOB J].HarHOCTI1Kl1 l1 nel.feHM.Sl rrau11eHTOB C KJIHHJ:Il.feCKI1Ml1 



ITpO.HBJleHH.HMH CHHJJ:pOMa Jl.H.Ht.J.a CITOC06CTByeT paHHeMy B.bUIBJleHmo 11 

B.bIITOJIHeHI1lO ITOJIHoro o6oeMa OITepaTHBHOro BMernaTeJihCTBa y ,n:aHHOM rpyrrn.hl 

60JihHhlX. 

Jluquoe yqacTue coucKaTeJrn yqeuou cTeneuu B nonyqeuuu uay'-lttbIX 

pe3yJlbT3TOB, HJJIO,KeHHblX B ,llHCcepTa[(HH. 

L(11ccepTau,110HHa.H pa6oTa, ITpe,n:cTaBneHHa.H CeMeHOBhIM ,l],.A., .HBmieTC.H 

3aKoHqeHHhIM Ha)'l.J.HhIM Mccne.n:oBaHHeM, H3JlO)KeHa Ha 123 CTpaH11uax 

MalllHHOITHCHOro TeKCTa, COCTOl1T H3 BBe.n:eHH51, o63opa JlHTepaTyphI, o6rn:ett 

xapaKTepHCTHKl1 KJIMH11t.J.eCKI1X Ha6mo,n:eHMM 11 MeTOJJ:OB .H.CCJie)lOBaHM5l, pe3yJibTaTOB 

11CCJie,n:oBaHH5I, 3aKn10qeH11.H, BbIBOJJ:OB, rrpaKT11qecKHX peKOMeH,n:aJJ,HH H CITl1CKa 

Jil1TepaTyphI. l13JlO)KeHHbIH B .n:11ccepTaUHH MarepHan COOTBeTCTByeT ue1m H 

3a,n:aqaM HCCJie,n:oBaHH51, lin.JIIOCTpau11.11 JIOrl1.t.J.HO l1HTeprrper11pyIOT KJIHHWieCKHe 

,n:aHHhie. ABTOpCKMe Hayt.J.Hhie ITOJIO)KeHl15I o6ocHOB3Hhl 11 ITPOI1JIJIIOCTp11poBaHbl C 

ITOMOW:hIO p11cyHKOB (16 pHCYHKOB) l1 Ta6m1u (5 Ta6n11.u). Cn11COK JIHTepaTyphI 

BKJIIOqaeT 110 l1CTOY.Hl1KOB, 113 KOTOphIX 99 - 11HOCrpaHHhIX. 

ABTOpOM ITpOBe,n:eH CTaTl1CTHqecKHH aHanH3 ITOJl)'l.J.eHHhIX JJ:3HHhIX. 

OCHOBHhie pe3ynhTaThI ITpOBOJJ:MMoro 11ccne.n:0BaHH51 6hIJIH ,!J.OJIO)KeHhI Ha 

KOHcpepeHJJ,H51X, rro.n:roTOBJieHbl ny6n11Kau,110. ITO TeMe BblfIOJIHeHHOH pa60Thl B 

OTelfeCTBeHHhIX 11 3apy6e)KHhIX )KypHanax. 

3aKJIIOtJeHHe. 

L(uccepTaUH.H CeMeHoBa ,l],MHTpH.H AneKcaH.D.poB11qa Ha TeMy «Oco6eHHOCTH 

.n:ttarHOCTHKH H neqeHM.H CMHJJ:pOMa Jl11Hqa» COOTBeTCTByeT Tpe6oBaHI15IM, 

rrpeJJ:'b51BJI51eMblM K .n:11ccepTau,1rnM Ha COHCKaHHe yqeHOH CTeITeHH KaH,!I.HL(aTa HayK 

cornacHO IT. 9 TioJIO)KeHH.H O rrpHCY)KJJ:eHHH yt.JeHhIX CTeneHeii, YTBep)KJJ:eHHoro 

TiocTaHOBJleHHeM TipaBHTeJihCTBa P<I> OT 24.09.2013 }(2842 (B pe.n:. TiocTaHOBJieHMH 

TipaBJITeJihCTBa P<I> N2335 OT 21.04.2016, N2748 OT 02.08.2016), a caM aBTOp 

CeMeHoB ,l],M11rp11ii AneKcatt.n:poBHq .n:ocTOMH rrp11cy)KJJ:eHH.H HCKOMOH yt.JeHoii 

CTeITeHH K3HJJ:HL(aTa MeJJ:HUMHCKMX HayK no crreu11anbHOCT51M: 14.01.17 - X11pyprH.H, 

03.02.07 - reHeTHKa. 



,l]),1ccepTaU.Jif.SI 11 HaCTO.Hlll,l1H OT3hlB o6cy)K,[(eHhI 11 YTBep)KJJ.eHbl Ha 3ace,[(aHl1l1 

rrpo6neMHO-ITJiaHOBOH KOM11CCl111 NQ 1 «3a6oneBaHl1.H 11 IIOBpe)K,[(eHH.H opraHOB 

6pIOIIIHoii rrorrocT11 11 Marroro Ta3a» rEY3 HHH cKopoii rrOMom11 11M. H.B. 

CKJim:pocoBcKoro OT« 30 » HJOJI.H 20 I 9 ro,[(a ITpoTOKOJI .N°Q 10. 

3aBe,[(yJOlll,11H HayqHhIM OT,[(erreHHeM HeOTJTO)KHOH x11pyprHH, 

3H,[(OCKOITl111 11 11HTeHCl1BHOH TeparrHH 

,l],.M.H, rrpocpeccop 

129010, MocKBa, yn. EonhIIIa.H CyxapeBcKaH rrnoma.[(h ,[(OM 3 

«rEY3 HI1I1 err 11MeHH H .B. CKrr11cpocoBCKOfO )],3M» 

Ten: 8(495)6808976 

www.sklifos.ru 

f10,[(n11ch ,[(.M.H. 5lpu.eBa TI.A. «3aBep.HIO» 

Y qeHhIH ceKpeTaph 

,l],.M. H 

5lpu.eB IT.A. 

EynaBa r.B. 


