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Huccepranus Ha Temy: « KiIMHHYecKas M MOJIeKY/ISIpHO-TeHeTHYeCcKAast

XapaKTepPHCTHKA KaApAHOMHONATHH B cTpyKType RAS-naruii y nereii»

KaBepuna BanenTtuHa ['eHHagbeBHa NpH BBINOJTHEHHUH NUCCEPTALMOHHOM
paboThl MposiBuia cebs KaK CaMOCTOSTENbHbIH y4eHBIH U KBaTU(DHLUPOBAHHBI
CIIELMATTUCT, TIPOAEMOHCTPUPOBAB HCCIIENOBATENECKYI0 J00pPOCOBECTHOCTh U
CIIOCOOHOCTH IIyOOKO IIPOHMKAaTh B CyTh H3y4aeMbIX BOIPOCOB. brarogaps
MHUIUATUBHOCTH, LEISYyCTPEMJICHHOCTH, YCEpAHI0O M TPYAOIIOOHIO COMCKATENh
CBOCBPEMEHHO BBINOIHMIA, OGOpPMUIA M ampoOUpOBata  AMCCEPTALHOHHOE
HCCIICIOBAaHME,  MaTepuajbl H pe3ylbTaTbl KOTOPOrO OBLIM IOJOXEHBI W
00CYXK/eHBl Ha 6 HayYHO-IIPAKTHYECKUX KOH(pEpeHUMSX M OomucaHsl B 11
ne4yaTHbIX paboTax, B TOM 4YHCJIE€ B 4 INONHOTEKCTOBBIX CTAThAX B KypHaax,
pexomennoBanHbix BAK npu MunoGpHayku Poccuu. OTHENBHOTO BHUMAaHHUS
3aCTyXHBAaeT YCNEIUHOE OCBOCHHE [HUCCEPTAHTOM METONOB MOJIEKYIAPHO-
FEHETHIECKUX MCCIICN0BaHUM, HauynHas ¢ BeiaeneHus JJHK, cexBenuposanus mno
CoHrepy ¥ 3aKkaH4MBas BBICOKOMPOH3BOIUTEIbHBIM CEKBEHHUPOBAaHHEM U
OHOMH(OPMATHISCKUM aHATH30M NTOTYYEHHBIX JAHHBIX.

B xome pa6oTel BhepBBle W3y4eH CNEKTP M OTHOCHTENBHBIE YaCTOTHI
FEHCTHYECKUX BapHaHTOB, O0YCIOBIMBAIOIIMX Pa3BUTHE CHHAPOMOB RAS-marwmii
Ha BBIOOpPKe 98 pocCHIiCKHUX eTell ¢ mopaxeHueM CEPACYHO-COCYIUCTON CUCTEMEL.
B pesynbTare uccnenoBaHus [aHa XapakTePHCTHKA KIMHHYECKHUX, BO3pPAacTHBIX H
TeHeTUYECKUX 0COOEHHOCTEH POCCUHCKHMX MMALHEHTOB C cuHapoMamu RAS-natuii.
OxapakTepH30BaHbl OTHOCHTEIBHBIE YaCTOThI U CIIEKTP I'€HETHYECKUX BapHAHTOB,
NPUBOJSAIIMX K PA3BUTHIO KapAHOMHUOIATHH, B CTPYKType CHHAPOMOB RAS-maruii
y JeTed, TMpOXHUBAIOIIMX HA TeppUTOpUM PoccHiickoil Oenepauuu U

Habmonaromuxcs Ha Gase OIAY «HMMUILI 310poBbs geTeii» Mun3snpasa Poccun.



BapuaHTaMu reHoB BRAF, HRAS, LZTRI, PTPNI11, RAF1, RITI, SHOC?2 u SOS|.

Obnapyxensl 18 paHee He ONHCAHHBIX  TeHETHYECKHX BapHUaHTOB,
obycnormuBaronux RAS-natuu y poccuiickux nereii. OnpeneneHsl B3auMocBA3U
MEXIy IeHCTHYCCKMMHM BapHaHTaMH, BCTPEYAIOIIMMUCSA NPU Pa3IMUHBIX THUIMAX
KapauoMuonartuidi B CTpykType RAS-matuit. IlpeanoxeH aaropHT™M JHarHOCTHKH
ACTeH ¢ TrUNepTpoGUYECKMM TUIIOM PEMOJENMPOBAHMS TPU CHHIpOMax RAS-
NaTHM.

KaBepuna B.I. nu4HO y4acTBOBaZa BO BCeX ITamax WCCIENOBAHHS: B
U3y4EHUM JIUTEpaTyphl, IOCBALICHHOH HCCIeAyeMol mpobieme, paspaGoTke
IU3aiiHa HCCIEN0BaHMA, U3y4YEHUN MEIMIUHCKOM [OKYMEHTAlUHH MaIl[HEHTOB,
BKIIIOYCHHBIX B HCC/IEIOBaHHE, B IIOATOTOBKE OMOJIOTHYECKOro MaTepuana u
NPOBEACHUH MOJEKYIAPHO-T€HETUYECKUX HMCCIAENOBaHMNM Ha 0a3ze Memguko-
reseTnieckoro uentpa PIAY «HMMUIL 3nopoBes meteit» Mumnsapasa Poccuw,
BHEAPCHUH B KIIMHHYECKYIO IPAKTUKY pa3paboTaHHBIX pEKOMEH JALIUIL.

Huccepranvonnas paGora Kasepusoit Bamentunsl | eHHaIbeBHEI
«KJTMHIYeCKas ¥ MOJIEKyIAPHO-TeHETUYECKas XapaKTePHCTHKA KapJHOMHOIIATHH B
CTpykType RAS-naruii y pereit» mpencrasnser coGoil 3aBepmeHHOe Hay4YHo-
KBaIH(QUKALHOHHOE WCCIIeJOBAHKE, KOTOPOE MOXKET OBITH NIPEJICTABIIEHO K 3alUTe
Ha JINCCEPTALlMOHHOM COBETE.

Kapepuna Banentuna I'eHHaJbeBHA 3aciTyXKUBaeT NPHCYKIEHUS eif Yy4YeHOMH

CTEIICHHU KaHIHaaTa METUITHHCKUX HayK.
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