OT3bIB
na asropedepart anccepraunn Capocrbsinosa Kupnaaa Bukroposu4a
«ONTHMH3AUHSA MOJEKYIAPHOI THATHOCTHKH PeIKHX HAC/I¢1CTBEHHBIX
GoJie3neii Y pocCHiiCKHX MALHEHTOB», NPEJCTAB/IEHHOM K 3alUIHTe HA COHCRalHE
yueHoii cTenenu J0KTopa GHONOrHYeCKHX HAYK 110 CHENHATLHOCTH 03.02.07 -
I'enernka.

Jluccepraionnas pabora Casocresrosa Kupuina Bukroposuya nocslieHa
ONHOI M3 caMbIX AKTYAIBHbIX TEM COBPEMEHHOH TeHeTHKH — MOJCKYIApHOH
JMATHOCTHKE PeIKMX HAC/eACTBeHHbIX DonesHeil. Ocobas akTyarbHOCTh 3TOH TEMb
oOycOBIeHa ~ BO3MOKHOCTBIO  TIOJIyYEHMSl — MATOTeHeTHYeCKOH  Teparnuu,
pa3paboTaHHOM U1 OOJNBIIMHCTBA HMCCIEAYEMbIX B HACTOAIIEH Hay4HOM pabote
Hozo0rHi. DPHEKTUBHOCTh TAKOH Tepanuu HENoCpeiCTBEHHO 3aBHCHT OT paHHEH
JTHATHOCTUKH, CKOPOCTH €€ IIPOBE/IeHHs W JIOCTOBEPHOCTH NOITY4eHHbIX pe3yIbTaTOB.
B orcyTcTBUM CBOeBpeMeHHOro jiedenus 35% JeTedl ¢ peKHMH HACIeACTBEHHBIMH
GonesHsMH morubaroT B Bospacte A0 roaa u ewe 30% naereid — B Bo3pacTe 10 MATH
ner, OONBIIMHCTBO BBIKHBIIMX JieTeH CTAHOBATCS MHBAJIHAAMM, pPEryJisipHO
HY7K1AIOLHMHCS B 0POrOCTOAIIEH MEAHLMHCKON MIOMOIIN B YCIOBHAX CTallMoHapa,
4TO TOAYEepPKUBAET NPAKTHYECKYI0 3HAYHMOCTh JMCCEPTAUHOHHOH paboThl H Ais
COBPEMEHHOIO 3/IpaBOOXpaHeHHA.

Llenpio auccepraunoHHoro uccnenosanns Capocteanosa K.B. sapunach
pa3paboTKa M ONTHMH3allMs TPOTOKOJIOB MOJIEKY/SPHOH AMarHOCTHKM OonesHeil
®adpu, Towe, Ilomme, MyKONOJIHCAXapua030B, MHCTHHO3a, THPO3HHEMHH,
rIMKOreH030B, He(GpPOTHYECKOro CHHApOMa, HECOBEpIIEHHOr0 OCTeoreHesa H
KapiuomuonaTuit. J1s  JOCTHKEHMA TMOCTABIEGHHOH UeNH  asTopoM  Oblin
chopMyYIHPOBAHbl CHOKHBIE 3a/1a4W, YCMELIHOH pealu3auMHd KOTOPBIX YAAlochk
JOCTHYL Oarojlapsi BHYLIHTE/NIbHOMY 00beMy TMpOBEIEHHBIX HCCICIOBAHUN B
COOTBETCTBHH €  4E€TKO  CTPYKTYPHPOBaHHBIM  @ITOPHTMOM,  HarIsIHO
npejacTaBleHHbLIM B aBTOpedepare AHCCePTaLiK.

O maciuTabHOCTH HCC/e0BaHHsA, NPOBEJAeHHOr0 aBTOPOM, CBHIETE/ILCTBYET
pazMep HM3YyueHHOH BbIOOpKHM, coctaBisoumi 31954  nanuenTa, WM OXBar

OosablIMHCTBA perroHoB Poccuiickoit denepauuu, OHomMarepHan H3 KOTOPbIX



HoCTaBJIsUIcs B J1abOpaTOpPHIO MONEKY/IAPHON IeHEeTHKH H MEIHIMHCKOH MeHOMHKH
OIAY «HMMUL 3110poBbs feTeit» jUis BHITIONHEHHS ITOr0 HCCIE10BAHHA,

TexHOMOTHH TAHAEMHOH Macc-CleKTpOMeTpHH, ceKBeHHpoBanus no Courepy,
XPOMOCOMHOTO ~ MMKPOMATpHYHOTO ~ @Haiusa M MaccoBOro  [apalielbHOro
cexpenuposanis Monexyabl JIHK, kotopeie B HacTodmlee BpeM: C  YCHEXOM
MCTIONB3YIOTCS  BeAylHMH abopaTopusMH MHpa Ui JIHArHOCTHKH  PEIKHX
HaclencTBeHHBIX Oolle3Hei, BbiIOpaHbl aBTOPOM CTPOro B COOTBETCTBHM C
MoCTaBIEHHBIMH 3a7auaMHu.

Takoii cKpyIyne3Hblii MOAX0] AHCCEPTAHTA K BhIMOIHEHUIO Hay4HOH padoTsl
[O3BOJIMI MOMYHHTH JOCTOBEpHbIE HayuHbie AaHHblE, 00JajalolHe HeCOMHCHHOH
TEOpeTHYECKOH ¥ MPaKTHYeCKOH 3HAYMMOCTBIO. B 4acTHOCTH, B pabote ObLIO
[A0KazaHo, 4To chuHronunuael juzo-Inl u nu30-I'03 MOKHO WMCIONL30BaTh B
KauecTBe OMOMAapKepoB /1S NepBUYHOro cKpuHuHra Ooneseil 'owe u Mabpu, a
Talke B KAYECTBE AHATHTOB JUIA [POBEIEHHS MOHMTOPHHIA MATOreHETHYeCKOH
Tepanuu 3THX OonesHel, Hapsaly ¢ CYKUMHHIAUECTOHOM — Mid HacleJCTBEHHOH
THPO3UHEMHH, THII I, ¥ uMcTHHOM — A HedponmaTHYecKoro MMCTHHO3A.
OTHOCHTEIbHBIE HacTOThl M CINEKTP BbIABIEHHBIX HYK/ICOTHAHBIX BapHaHTOB,
OTIHYAIOLIMXCS OT pedepeHCHON MocIenoBaTeIbHOCTH IeHoMa B COBOKYITHOCTH C
undopMaiMeii 0 MecTe KMTeJbCTBA MAUMEHTOB, MO0 00 HX NONYIAUMOHHOM
NPUHALIEKHOCTH, [PUBEIO K  BBUBJCHMIO  MYTaUMil, XapakTCpHBIX  Aas
onpesie/leHHBIX reorpaMuUecKHX PErMoHOB Halleld CTpaHbl, a TaKKe s
ompe/eneHHbIX 3THocoB. Kpome Toro, B padore ObUIM BbIABICHBI MaKOPHbIC I
POCCHHCKHMX MAalMeHTOB MyTauuu B |1 H3YHEHHBIX reHax. Ha ocHoBe 3THX JaHHBIX
JINCCEPTAHT TpPe/UIONKHI JIOTHYHYIO M OOOCHOBAHHYIO ONTHMH3AUMIO MPOTOKOJIOB
JMATHOCTHKH PEiKMX OONe3HeH, M3ydeHHbIX B HacTosllel pabote. Heobxoaumo
VIIOMAHYTh ¥ O KOppeNslHsX IeHoTHna W (eHOoTHNa, 0OHApYKEHHBIX aBTOPOM Y
NAUMEHTOB € MYTAUMAMH, [PHBOAALIMMH K TPEKIACBPEMEHHOH TepMHHALMK
KOAMpYeMbIX OelKoB, H THKENOH KIMHMYECKOH KapTHHOH Oome3Hu. DTH laHHbIe
[MO3BOMAIOT MPOrHO3UPOBATH pPasBUTHe HeONAronpHUATHBIX HCXOAOB OONe3sHH Ha

pPaHHHX CTAAHAX, KOPPEKTHPYA TepallHiO 114 JOCTHKEHHA HAHIYYIUIHX pe3y/ILTaTOoB,



Bpicokuii ypoBeHb OWOMH(pOPMATHYECKOr0 aHalu3d M CTATHCTHYECKOH
00paboTkM  JAHHBIX MOATBEPH/AAET JOCTOBEPHOCTH TOJNYYEHHbIX  aABTOPOM
pesyasTaToB. (OCHOBHBIE TIOJNOKEHHS W BbIBOJLI JIOTHYHO BBITEKAIOT W3
MpOBEEHHOr0 HCCIEA0BaHHA M B MOJHOH Mepe OTpakKalOT ero 3HauumocTs. O
JAOCTOBEPHOCTH HCC/IEOBAHUA, €ro TeOpeTHHEecKoi M MpakTHYecKoH 3HaYMMOCTH
JIOTIOJIHUTENILHO CBHAETENLCTBYIOT 79 nevarHsix paboT, B KOTOPBIX OMYOIHKOBAHBI
BCE OCHOBHBIE Pe3YJIbTaThl, [101Y4E€HHbIE B X0/1€ BbINOJIHEHHA paboThbl.

B aBropedepare quccepTalii U3I0/KeHbl HAYYHO-000CHOBAHHBIC NOCTHAKECHHUS
(GyHIaMeHTaTLHONH M NMPHKIAAHON FeHeTHKH, CBHAETENBLCTBYA O TOM, YTO Hay4Has
pabora CasoctesHoBa Kupunna BukrtopoBudwa Ha Temy: «OnTtuMH3alus
MOJIEKYJIAPHOH JHArHOCTHKH PpeIKMX HacjlelCTBeHHBIX OonesHell y poccHiicKuX
nauMeHToB» o0nagaeT OeccriopHOH aKTYalbHOCTBIO, HAy4yHOH HOBM3HOH W
MPakTHYeCKOil  UEHHOCTBIO, [IOJHOCTBIO  COOTBETCTBYA TpeboBaHuam 1. 9
«ITonoyeHus o NPHCYHICHHH YUEHBIX CTeneHei», YTBepkIeHHOr0 MOCTaHOBIeHHEM
[IpaBurenbcrsa Poccuiickoii @enepaunu No842 or 24.09.2013 r., npeabsasnsaeMbiM K
JIHCCepTalMsM Ha COMCKAaHHWE YYeHOH CTeneHM JIOKTOpa Hayk, a ee aBTop,
Casoctbanos Kupuna Bukroposny, 3acinykuBaeT NpHCYKIEHHA HCKOMOIl CTeneHH

HNOKTOpa OHonornveckux Hayk no cneunansaoct 03.02.07 — INenernka.
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