
«YTBep~aiO» 

,lJ;upeKTOp cllrJ>Y «POCCHHCKHH uay~HbiH 

l{eHTp pa,li,HOJIOrHH H XHpyprH~eCKHX 

OT3LIB BE,li;Y~EH OPr AHH3AIJ;HH 

o Hay'IHo-npaKTJPiecKoif 3HaqHMOCTH .LJ;HccepTaUHOHHOH pa6oTbi CTenaHoBa I1JibH 

AJieKCaH.LJ;pOBHqa Ha TeMy: «Pa3pa60TKa MOJieKyllilpHO-reHeTHqecKoro ITO.[{XO.[{a K .[{HarHOCTHKe 

CHH.LJ;pOMa JlH-<l>payMeHH Ha OCHOBe BbiCOKOITpOH3BO.[{HTeJibHOrO CeKBeHHpOBaHIUI», 

npe.LJ;CTaBJieHHOH K 3a!UHTe B .[{HCCepTaUHOHHbiH COBeT 21.1.033.01 npH <l>e.LJ;epaJibHOM 

rocy.LJ;apCTBeHHOM 6IO.LJ;)I(eTHOM yqpe)l(.[{eHHH « HaUHOHaJibHbiH Me.LJ;HUHHCKHH 

HCCJie.[{OBaTeJibCKHH ueHTP HMeHH H.H. IleTPOBa» MHHHCTepcTBa 3.LJ;paBOOXpaHeHH5l 

PoCCHHCKOH <l>e.LJ;epaUHH Ha COHCKaHHe yqeHOH CTeneHH KaH.[{H.[{aTa Me.LJ;HUHHCKHX HayK ITO 

CITeUHaJibHOCTH 3.1.6 OHKOJIOrH5l, nyqeBa5l TepaiTH5l. 

AKTyaJibHOCTh TeMhi .li.HCcepTaUHH 

,l(HccepTaUHOHHa5l pa6oTa CTenaHoBa I1JibH AJieKcaH.LJ;pOBHqa nocB5liUeHa 

HCCJie.LJ;OBaHHIO CHH.LJ;pOMa JlH -<l>payMeHH ( CJI <l> ), KOTOpbiH xapaKTepH3yeTC5l qpe3BbJqaHHO 

BbiCOKHM pHCKOM B03HHKHOBeHH5l onyxoJieif B pa3JIH'IHbiX JIOKaJIH3aUH5lX. Pa6oTa uanpaBJieHa 

Ha OITTHMH3al.lHIO MOJieKyllilpHo-reHeTHqeCKOro TeCTHpOBaHH5l HaCJie.LJ;CTBeHHbiX MyTaUHH B 

reHe TP53 (npHqHua CJI<l>). ,l(HamocTHqecKHH anropHTM .LJ;llil Bbl5lBJieHH5l MyTaUHH B rene 

TP53 , onHCaHHbiH B pa6oTe, no3BOllileT c.LJ;eJiaTb TeCTHpoBaHHe .LJ;ocrynuee H yBeJIHqJITb oxBaT 

KaH.LJ;H.LJ;aToB. B ueJioM aKryaJibHOCTb pa6oTbi ue Bbi3biBaeT coMHeHH5l, TaK KaK no.LJ;XO.LJ;bi K 

MOJieKyllilpuo-reueTHqecKoif .LJ;HarHOCTHKe CJI<l> He perJiaMeHTHpoBaHbi, a 3ITH.LJ;eMHOJIOrH5l, 

neHeTpaHTHOCTb MYTaUHH, oco6eHHOCTH KJIHHHqecKHX npo5lBJieHHH CJI<l> He.LJ;ocTaToqHo 

H3yqeHbi, 

Hay~uaH HOBH3Ha uccJie,ll,osanHH H ueuuocTb noJiy~eHHhiX pelyJILTaToB 

Ilpe.LJ;JIO)I(eH no.LJ;XO.LJ;, nOBbiiiiaiOIUHH .LJ;ocrynHOCTb .LJ;HarHOCTHKH CJI<l>. Cym:ecTBeHHoe 

ynyqmeHHe - pa3pa60TKa ua6opa OJIHroeyKJieOTH.[{OB (He06XO.[{HMa5l COCTaBIDIIOII.la5l .[{llil 

no.LJ;rOTOBKH BbiCOKonpOH3BO.LJ;HTeJibHoro ceKBeHHpoBaHH5l). Ha6op yqHTbiBaeT oco6eHHOCTH 

reHa TP53 (GC-6oraTbiH COCTaB), pa3pa60TaH, CHHTe3HpOBaH H anpo6HpOBaH COHCKaTeJieM. 



KonneKu:mr o6p8.3U:OB c<l>opMHpoaaHa Ha ocHoae o6menpHIDIThiX KpHTepHea IlloMnpe, 

p8.3pa60TaHHbiX JJ:JUI onpe.neneHilll Bep05ITHbiX HOCHTeJieH HaCJieJJ:CTBeHHOH MyTaU:Hlf B reHe 

TP53. Bee o6p8.3U:hi Hccne.noaaHbi npH noMOmH NGS. lf3yqeH 6oJibrnoit MaceRa o6p8.3U:OB 

(1903). 

CTeneHh o6ocHoBaHHOCTH HayiJHhiX noJJo*eHuii, BhiBO)J.OB u peKoMeH)J.auuii:, 

cclWPMYJJHpOBaHHhiX B )J.HCCepTaUHH 

06mHe HayqHhie noJio)l(eHmr, c<PopMynHpoaaHHbie a JJ:HCcepTaU:HH CTenaHoaa M.A. 

OCHOBbiBaiOTCSI Ha JIHTeparypHbiX JJ:aHHbiX H pe3yJihTaTax C06CTBeHHbiX HCCJieJJ:OBaHHH. 

IJOJIO)I(eHHSI c<l>opMyJIHpOBaHbl SICHO If OCHOBaHbl Ha nonyqeHHbiX pe3yJibTaTaX. l..{eJIH H 3a.IJ:aqlf 

Hccne.noaaHHSI H3JIO)I(eHhi qeTKO H nocne.noaaTeJibHO. BhiBOJJ:bi H npaKTlfqecKHe peKoMeH.naU:HH 

JIOrH~bl H OTpa)l(aiOT CYTb npoae.neHHOrO HCCJieJJ:OBaHHSI. 

,lJ;OCTOBepHOCTb nonyqeHHbiX pe3yJihTaTOB nOJJ:TBep)I(JJ:aeTCSI 60JibiiiHM KOJIHqecTBOM 

HCCJieJJ:OBaHHbiX o6p8.3U:OB, HCnOJib30BaHHeM COBpeMeHHbiX MeTOJJ:OB OU:eHKlf If aJJ:eKBaTHOH 

CTaTHCTlfqecKOH o6pa60TKOH. 

OueHKa co)J.ep*aHnH pa6oThl 

,lJ;HCCepTaU:HOHHaSI pa6oTa H3JIO)I(eHa Ha 121 CrpaHHU:e If COCTOIIT lf3 BBeJJ:eHHSI, 063opa 

JIHTeparypbi, OnHCaHilll MaTepHaJIOB H MeTOJJ:OB HCCJieJJ:OBaHilll, pe3yJibTaTOB HCCJieJJ:OBaHHSI H HX 

o6cy)I(JJ:eHilll, BbiBOJJ:OB, npaKTlfqecKHX peKOMeHJJ:aU:HH, CnHCKa COKpameHHH, CnHCKa 

JIHTepaTyphi H npHJIO)I(eHHii. Pa6oTa BKJIIOqaeT 15 pHcyHKOB, 17 m6JIHU: H 3 npHJIO)I(eHHSI c 

Ta6JIHU:aMH. CnHCOK mneparypbi COJJ:ep)I(HT 135 lfCTOqHlfKOB, B TOM qncne 4 OTeqeCTBeHHbiX H 

131 3apy6e)I(HbiH. 

Bo aae.nemm aaTop o6ocHOBhrnaeT aKryaJihHOCTh Hccne.nyeMoit npo6neMhi, 

<l>opMyJIHpyeT U:eJib H 3a.IJ:aqn lfCCJieJJ:OBaHHSI, xapaKTepH3yeT Hay~yiO HOBH3Hy, npaKTlfqecKyiO 

3HaqlfMOCTb pa60Tbl, a TaK)I(e OnHCbiBaeT MeTOJJ:OJIOrHIO HCCJieJJ:OBaHHSI. IJpeJJ:CTaBJieHbl 

OCHOBHbie nOJIO)I(eHilll pa60Tbl, KOTOpbie aBTOp BbiHOCHT Ha 3aiiJ:HTY. B 3TOM p8.3JJ:eJie 

npe.ncTaaneHbi TaK)I(e .naHHhie o BHe.npeHHH, anpo6au:HH pe3yJILTaToB Hccne.noaaHmr, a TaK)I(e o 

JIH~OM BKJiaJJ:e aBTOpa B BbiiiOJIHeHHH HCCJieJJ:OBaHHSI. 3aMeqaHHH no 3TOMY p8.3JJ:eny pa60Tbl 

HeT. 

0630p JIHTeparypbi COCTOHT lf3 p8.3JJ:eJIOB, KOTOpbie nOCBSIIIJ:eHbl KpaTKOH lfCTOpHH 

H3yqeHHSI CJI<l>, 3nH.neMHOJIOrHH, MoJieKyAApHbiM MexaHH3MaM naToreHe3a, qacTOTe 

onyxoJieBhiX JIOKaJIH3aU:HH B 3aBHCHMOCTH OT B03pacTa, a TaK)I(e CnOC06aM JJ:eTeKU:Hlf 

Hacne.ncTBeHHhiX MyTau:Hit a reHe TP53. fnaaa co.nep)I(HT coapeMeHHbie .naHHbie H 6oJibrnoe 

qlfCJIO JIHTeparypHbiX CCbiJIOK. 3aMeqaHHH no 3TOMY p8.3JJ:eny HeT. 

BTopasr rnaaa nocasrmeHa MaTepHanaM H MeTOJJ:aM Hccne.noaaHHSI. B Heit oTpa)l(eH rrnaH 

pa6oThi H o6mHit JJ:H3aHH Hccne.noaaHHsr. KonneKu:mr o6p8.3u:oa p8.3.neneHa Ha TPH qacTH a 



3aBHCHMOCTH OT B03paCTHOH rpyiiiibl IIaiiHeHTOB: OT po~eHlUI ,no 15 neT, OT 15 ,no 50 neT H 

cTaprne 50. 

,l.(eTaJibHO OIIHCaHO Bbi,n:eneHHe HyKJieHHOBbiX KHCnOT H3 KpOBH H rrapa<l>HHOBbiX cpe30B. 

,l.(aHO 060CHOBaHHe Bbi6opa IIaHenH o6orameHH~ rrpH IIOMOIIIH m6pH.D:H3aiiHH ,l.(HK C 30H.ll:aMH. 

0IIHCaHa MeTO.D:HKa CHHTe3a Ha6opa 30H.li:OB ( OJIHrOHYKJieOTH.D:OB ). IlpHHIIHIIHaJibHbiX 

3aMeqaHHH no :no:H: rnase HeT. 

B TpeTheH rnase rrpe,n:cTaBJieHhi pe3yJILTaTbi Hccne.n:osaHH~. AsTop rrpe,n:cTaBAAeT 

rrocne.n:osaTeJibHOCTb OJIHroHyKJieoTH.D:OB H pe3yJILTaThi arrpo6aQHH. OrrHcbmaeT rro.n:xo.n: K 

,n:HarHOCTHKe H rrpe,n:cTaBAAeT cnyqaH c Hacne,n:cTBeHHOH MYTaiiHeii B reHe TP53. 

IlpHHIIHIIHaJibHbiX 3aMeqaHJIH IIO 3TOH rJiaBe HeT. 

B qeTsepToif rnase, KOTOPM rrocs~meHa o6cy~eHHIO rronyqeHHbiX pe3yJILTaTOB, 

IIpHBO.li:~TC~ KJIHHHqeCKHe OC06eHHOCTH II03HTHBHbiX cnyqaeB, o6cy~aeTC~ CIIeKTP 

06Hapy)KeHHbiX MyTaiiHH, H HX aCCOIIHaiiH~ C B03paCTOM Haqana 3a6oJieBaHH~. 

IlpHHIIHIIHaJibHbiX 3aMeqaHHH IIO ,n:aHHOH rJiaBe HeT. 

,l.(HccepTaiiHIO 3aBeprnaiOT BbiBO.D:bi H rrpaKTHqecKHe peKoMeH.n:aiiHH. BLmo,n:bi 

COOTBeTCTBYIOT 3a,n:aqaM HCCJie,n:oBaHH~, OCHOBaHbl Ha <l>aKTJiqecKHX ,n:aHHbiX, rronyqeHHbiX 

COHCKaTeJieM, qeTKO c<l>OPMY11HpOBaHbl H He Bbl3bffiaiOT B03pa)KeHHH. IlpaKTJiqeCKH 

peKOMeH,n:aiiHH TaK)Ke OCHOBaHbl Ha rronyqeHHbiX ,n:aHHbiX H KaCaiOTC~ MeTO.D:OJIOrHqecKHX 

acrreKTOB rrpose,n:eHH~ MOJieKyAApHo-reHeTJiqecKHX HCCJie,n:oBaHHH. 

Pe3yJILTaThi ,n:HccepTaiiHOHHoro Hccne.n:osaH~ orry6JIHKOBaHbi B 4 rreqaTHbiX pa6oTax, 

H3 KOTOpbiX 3 - B pelleH3HpyeMbiX HayqHbiX ~pHanax, peKoMeH,n:osaHHbiX BAK 

MHHHCTepcTBa o6pa3oBaHH~ H HayKH PoccHH:cKoif <l>e.n:epaiiHH, 1 - B 3apy6e)KHOM H3.D:aHHH, 

HH,n:eKcHpyeMoM B Web of Science H Scopus. AsTOpe<l>epaT H HayqHLie rry6nHKaiiHH 

,n:ocTaTOqHO rronHo OTPa)KaiOT pe3yJihTaTbi ,n:HccepTaiiHOHHOH pa6oTbi. ITo aBTOpe<l>epary 

3aMeqaHHH HeT. 

3Ha1JHMOCTh pa60Thl ,li.JIH uayKH H npaKTHKH 

C TOqKH 3peHH~ Me.D:HIIHHbl lleHHOCTb rronyqeHHbiX pe3yJihTaTOB 3aKJIIOqaeTCH B TOM, 

qTo c03,n:aH HHCTPYMeHT, rro3BOAAIOIIIHH BbNBAATb Hacne,n:cTBeHHbie MyTaiiHH B reHe TP53 c 

BbiCOKOH 3<l><l>eKTHBHOCTbiO, rrpo,n:eMOHCTpHpOBaH CIIOC06 IIOBbiiiieH~ .li:OCTYIIHOCTH 

MOJieKyAApHO-reHeTHqeCKHX HCCJie,n:oBaHHH, KOppeKTHO OlleHeHa pacrrpOCTPaHeHHOCTb 

CHH,n:poMa Cpe,n:H OHKOJIOrHqecKHX IIaiiHeHTOB. 

Bue,LJ.peuue pelyJILTaTOB ucCJie,LJ.osanuH 

Pa6oTa BbiiiOJIHeHa B na6opaTOpHH MOJieKyAApHOH OHKOJIOrHH <!>fEY «HMHU 

OHKOJIOmH HM. H. H. IleTPOBa» MHH3,n:paBa PoccHH. IlonyqeHHbie pe3yJILTaTbi pa60Tbi 

BHe,n:peHbl B HayqHO-IIpaKTHqecKyiO ,n:eHTeJibHOCTb rro,n:pa3,n:eJieH~ (aKT BHe,n:peH~ pe3yJibTaTOB 



OT 24.07.2023). 

3aKJIJOqeuue 

.ll:HccepTaiJJIOHHa& pa6oTa CTerraHoaa MnbH AneKcaH,npoaHqa Ha TeMy: « Pa3pa6oTKa 

MOJieKyllilpHO-reHeTHqecKOfO IIOJ(XOJ(a K ,l(HafHOCTHKe CHHJ(pOMa JlH-<l>payMeHH Ha OCHOBe 

BbiCOKOIIpOH3BOJ(HTeJibHOfO CeKBeHHpOBaHH51», rrpe,nCTaBJieHHrui Ha COHCKaHHe yqeHOH CTeiieHH 

KaHJ(HJ(aTa Me,l(H~HHCKHX HayK, 5IBJUieTC51 HayqHO-KBaJIHipHK~HOHHOH pa60TOH, B KOTOpOH 

CO,nep:ll<HTC51 pemeHHe 3a,naq, HaiipaBJieHHbiX Ha OIITHMH3~HIO MOJieKyllilpHO-reHeTHqecKOfO 

TeCTHpOBaHH51 rra~HeHTOB C CHHJ(pOMOM JlH-<l>payMeHH. 

TaKHM o6pa30M, ITO CBOeH aKTYaJibHOCTH, HayqHOH HOBH3He, 06neMy BbillOJIHeHHbiX 

HCCJie.l(OBaHHH H IIpaKTHqecKOH 3HaqHMOCTH rronyqeHHbiX pe3y1lbTaTOB J(HCCepTa~H51 

IIOJIHOCTbiO COOTBeTCTByeT Tpe6oBaHH5IM II. 9 «IlOJ10)1(eHH51 0 IIOp5IJ(Ke IIpHCy)I(J(eHH51 yqeHbiX 

cTerreHeii», OT 24.09.2013 N2842 (pe,naK~H51 oT 26.10.2023 N2 1786) yTBep)I(J(eHHoro 

IIOCTaHOBJleHHeM IlpaBHTeJibCTBa POCCHHCKOH <l>e,nepa~HH , rrpe.l('b5IBJUieMbiM K J(HCCepTa~H5IM 

Ha COHCKaHHe yqeHOH CTeiieHH KaHJ(H,l(aTa HayK, a ee aBTOp, CTeiiaHOB liJib51 AJieKCaH,npOBHq, 

3aCJIY)I(HBaeT IIpHCy)I(J(eHH51 yqeHOH CTeiieHH KaH,l(H,l(aTa Me,l(H~HHCKHX HayK ITO CIIe~HaJibHOCTH 

3.1.6.- OHKOJ10fH51, nyqeBa& TepaiiH51. 

0T3biB o6cy)I(J(eH H o,no6peH Ha 3ace,naHHH Ka<l>e,npbl pa,nHOJIOfHH, XHpyprHH H 

OHKonorHH <l>fEY «PHU:PXT HM. aK. A.M. fpaHoBa» MHH3,npaBa PoccHH 13.05.2024, 

rrpOTOKOJl N2 5. 
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