OT3bIB
Ha aBrTopedepaTr ancceprauun CaBocTbsiHoBa Kupnana BukropoBHua
«ONTHMH3aUHA  MOJIEKYAsIPHOW  JHATHOCTHKH pPeAKHX HacjeICTBeHHBIX
0o.1e3Heli y pOCCHHCKHX MAUHEHTOBY», NPe1CcTAB/JIEHHOI K 3alLHTe HA COHCKAHHe
yUeHOii cTelleHH JOKTOpa OHO/MIOrHYecKHX Hayk No crneunaiabHocTH 03.02.07 —
I'eHeTHKA.

AKTyanbHOCTh M3y4YEHHUS NPUYMH pa3BUTHA peakux (opdaHHbIX) Oone3Heit
CrocoOCTBYeT ONTUMHU3ALUH UX paHHEH TUarHOCTHKH, MO3BOJIAIOLIEH B OOJBLUIMHCTBE
clly4aeB NMPUOCTAHOBUTh HeoOpaTHMble U3MEHEHUS OpraHOB U TKaHe# MalueHTOB 3a
CYET CBOEBPEMEHHOro noJiydeHUs ¢depMeHTo3aMecTUTeNbHOH, Jubo cyOcTpar-
penyuupyrolleil naroreHeTuyeckoi tepanuu. Takas tepanus pazpaboraHa nTulIb AJ1s
HeOOoNBIIOro YKciia U3BECTHBIX K HACTOSALLEMY BpPEMEHU HaclelICTBEHHbIX Ooyie3HeH,
npencTaBisoOIUX OONblIYI0 4YacTh HCCIENOBAHHBIX B JHUCCepTalMOHHOH pabore
HO30JIOTHH: MyKomnojucaxapuao3bl (tun | u 2), 6onesup ®abpu, Gonesus [oue,
6one3ur [lommne, THpo3uHeMHs (TN 1), UMCTHHO3. AKTYaJIbHOCTb pa3paboOTKH
ONTHMaJbHBIX 111 POCCUHCKHUX MalLMEHTOB POTOKOJIOB MOJIEKYJIAPHOM JUAarHOCTUKU
OCTalbHbIX, HM3yYE€HHbIX B Hacrosuled pabore Oone3Held, B UHUCIE KOTOPBIX
TJIMKOT€HO3bl, HECOBEpILUEHHbIH oOcTeoreHe3, HeDpOTHUUECKHH CHUHAPOM U
KapAUOMMOMNATHH, HE BbI3bIBAET COMHEHMs, BBUIy TOrO, UTO COBPEMEHHbIE METOJbI
OUarHOCTUKH JTUX OoJsie3Heil NOMOraloT KJIMHHUMCTAM CTaBUTh [paBUJIbHbIE
JUarHo3bl, KOPPEKTUPYs MPOBOJMMOE JieueHHe, JUOO MeHss ero KapauHalbHbIM
o0pa3oM, MpOrHO3MpoBaTh paszBuTHe OONe3HH, a TaKKe OCYILECTBIATH
npodUNakTUYECKHE MEpPONpPHUATHA, C MOMOLLUBIO TEXHOJOIMH NpeHaTallbHOH MU
NperuMIUIaTalHOHHON AUarHOCTHUKH.

B nucceprauMoHHO#H paboTe aBTOp HCIONB30Bajl CTPATErHIO CEJIEKTUBHOIO
CKpHHHWHTra MalHeHTOB, HaceNsaroUMX NouTH Bce cyObekThl Poccuiickoit Menepaunu,
4YTO MO3BOJIMJIO CHOPMHPOBATH pernpe3eHTaTHBHYIO BblIOOpKY M3 31954 nauueHTOB.
s koMnyieKCHOro aHanu3a 3Toil BbIOOpKH OblnM pa3zpaboTaHbl COOTBETCTBYHOLLKE
anropMTMbl JUHAarHOCTHKH, BKJIIOYAlOUIMe aJeKBaTHble COBPEMEHHbIE TEXHOJIOTHU
BbICOKO3(PEKTUBHOM  XHIKOCTHOH  XpoMarorpaduu,  Macc-CNEKTPOMETPUH,

cekBeHHpoBaHus 1o (CaHrepy, MaccoBOro IapayiebHOr0 CEeKBEHHPOBAHHS,



MYJbTHIUIEKCHOH  JIMra303aBUCHMOM  aMmiauukauud  npod, XpOMOCOMHOIO
MHKpPOMAaTpHYHOI'O aHaluu3a U Apyrue.

OtnenbHble pa3nensl  aBropedepara auccepraudd CaBoctbsiHOBa K.B.
MOCBSLUEHBl U3YUYEHHIO MOJIEKYJSPHbIX OCOOEHHOCTEH pa3BUTHUs Ooyie3Hel Mouyek y
pPOCCHMHCKHX MalUMeHTOoB. B pe3ynbrare uccnenoBanus 176 getei ¢ UAMONATHYECKUM
He(QpOTUYECKUM CHHIPOMOM, PE€3UCTEHTHBIM K MPOBOAHMON MMMYHOCYNPECCUBHON
Tepanuy, ObUIM BBHISBIEHBl MOJIEKYJSIpHblE NpPUYMHBl pa3BUTHA Oone3Hn y 84
NauMeHTOB, YTO TMO3BOJIMJIO ONPENENUTb Ma)XXOpHble MYTallMH, ONTHMH3HPOBAaB
F€HETUYECKYI0 NUarHOCTUKY He(pOTHYECKOro CHUHApOMA, U PEKOMEHAYS €€ BCEM
poccuiickum gnetsM ¢ CPHC, neGroTHpoBaBIIMM B MEPBbIH TroA MKHU3HU. ITO
HauOornbluas BbIOOpKAa POCCHHCKUX NaUMEHTOB, OOCieNOBaHHas K HacTOSILUEMY
BPEMEHH, UTO NMOJYEPKHUBAET JOCTOBEPHOCTh MOJyYEHHBIX aBTOPOM AaHHbIX. Kpome
TOro, ObUIM OMNpeeNeHbl OTHOCUTENbHbIE YacCTOThl Pa3IMYHbIX THUIIOB F€HETHYECKH
00yCNOBIEHHBIX Oonesuei, CONPOBOXAAIOLLIMXCS CUMIITOMOKOMILIIEKCOM
HeppOTHUECKOr0o CHHIPOMA, a TaK)Ke OOHapyKeHbl BbICOKOIOCTOBEPHbIE KOPPEISLHU
paHHed MaHHudecTauuu Oone3Hu, rucronornyeckoit kaptubl @CI'C U TepMHUHanbHON
CTalMM XPOHHUYECKOW TMOYEYHOHW HENOCTAaTOYHOCTH Yy JHeTell C BbIABIEHHBIMU
MyTauusiMH. PazpaboTaHHble aBTOPOM METOIbI CEJIEKTUBHOIO CKPMHMHIA LIMCTHHO3a
NO3BOJMIM OOHapyXUThb W onMcatb 33 ciydas 3TOro peaKoro HacjaeACTBEHHOro
3aboseBaHMs Y POCCUICKUX AeTeH, NpeJIoKHUB ONTUMH3aLUIO ONpeieIeHUs IMCTHHA
B NOJUMOPGHOSIAEPHBIX JIEHKOUMTaX KPOBM cO crabuiiM3auded ocaaka pacTBOPOM
3TUIMAalIeMMUAa. AHaANU3 MONYUYEHHBIX JaHHBIX BBLISIBHUI MYyTalHH, XapakTepHble AJs
YeyeHCKOH W KapayaeBCKOH JITHUYECKUX TpYI, 4TO HMeeT (yHIaMEHTAJIbHYIO
Hay4dHYl0 3HQuUUMOCTb JJi1 TOMYJSUMOHHOH TE€HETUKH, a TaKXe [103BOJSET
TUIaHUPOBAaTh 3KCMEPUMEHTaNbHYIO pabOTy MO BBHIABIEHHIO CIy4yaeB LUMCTHHO3a B
COOTBETCTBYIOLLMX cyObekTax P®.

JlocTxxeHHe 1eny uccieloBaHUs U TOCTOBEPHOCTD MOJYYEHHBIX pe3yJbTaTOB
obecrnevynBaloT pa3Mepbl H3y4eHHOH BHIOOPKH M aleKBaTHbIe METOb! UCCIIEJOBaHMUS.
OcHOBHbIE NOJIOXKEHHUS, BbIBOAbI U MPAaKTHUYECKHE PEKOMEHAALMUHU B MOJIHOM Mepe
COOTBETCTBYIOT BBINIOJIHEHHBIM 3anadaM. ABropedepar aucceprauuyd CaBOCTbSIHOBA

K.B., mnpencraBneHHbli Kak QyHOamMeHTanbHas HaydHas pabora, sBIseTcs




CyLIECTBEHHbIM Hay4yHbIM JOCTHXEHHEM M BHOCHUT 3HA4YUTENbHbIA BKJal B
poccuiickylo U MHUHpoByio reHetuky. Ilo Teme npucceprauud onyOnukoBaHo 79
neyaTHeiX pabor, 2 MoHOorpaduM, 2 MareHTa Ha H300peTeHHs, 5 KIMHUYECKHX
pekoMeHaauui, yTBepxaeHHbIX MuH3apaBoM P®, ee pesynbraThl 00CyXIeHbl Ha
MHOIOYMCJIEHHBIX KOHrpeccax, 4TO JIMIMHUH pa3 NoA4YEepPKUBAET NOCTOBEPHOCTb, a
TaKXe€ TEOPETUUYECKYIO U MPAKTUYECKYIO UEHHOCTh MOJy4YeHHbIX JaHHBIX.

B aBropedepare u3noxeHbl HaydHO-OOOCHOBAaHHbIE peELIEHHUs, BHeIpeHHe
KOTOPbIX BHOCHUT 3HAQUMUTENIbHBI BKJIag B pa3BUTHE MEAMUMHBI W CHCTEMBI
3npaBooxpaHeHus Poccuiickoii Penepauuu, CBUIAETENbCTBYS O TOM, YTO Hay4Has
pabora (CaBoctbsiHoBa Kupunna BukropoBuua Ha Temy: «Ontumuzauus
MOJIEKYJISPHOH NHAarHOCTHMKH peOKUX HacleACTBEHHBbIX Oojie3Hell y PpOCCHHCKHUX
nauveHToB» obOnagaer OeccrnopHOW aKTyalbHOCTbIO, HAyyHOH HOBHU3HOH H
NMpakTUYecKOoW UeHHOCThlo. [lucceprauroHHas paboTa MOJHOCTBIO COOTBETCTBYET
TpeboBaHusAM 1. 9 «[lonoxeHUs 0 NpUCYXAEHUU YUEHbIX CTerneHel», yTBepXAeHHOro
noctaHoBneHueM [lpaButensctBa Poccuiickoit ®enepaunn Ne@42 ot 24.09.2013 r.,
NpeabsABIsSEMbIM K IHCCEPTALUAM Ha COMCKaHHE YUYEHOH CTeneHH IOKTOpa Hayk, a ee
aBTOp, CaBocTbsiHOB Kupunn BuUKTOpoBHY, 3acnyXMBaeT NPUCYXAEHUS HCKOMOM

CTeNneHHu AOKTopa Guonornyeckux Hayk no cneuranbHocTH 03.02.07 — ['enetuka.
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