OT3hbIB
Ha aBropedepar aucceprauunu Kasepunoii Banentunnl Iennaabesubl «Kinnunveckas
U MOJIEKY/ISIPHO-TEHETHYECKAS XapaKTepUCTHKA KApAHOMHONATHH B CTPYKType
RAS-naruii y gereii» Ha coMcCKaHHe Y4YeHOH CTeNeHH KAH/IHAATA MEIHMIHHCKHX HAyK
no cneunuanbHocTaM 3.1.21. Ileguarpus (MexmumHckue uayku) u 1.5.7. T'eHernka
(MeAHUHMHCKHE HAYKH).

KapauomuonaTun ocTaroTcsl ¥ B HACTOSIIEE BPeMst TSHKEIBIMI WHBAIIM(HU3UPYOAMHU
3a0071€BaHUsAMU. AKTYaJIbHOCTh WX H3YYeHHs CBs3aHa HE TOJLKO C HEeOIaronpusTHBIM
JIOJIFOCPOYHBIM ~ TIPOTHO30M, HO M ¢ MMEIOIMUMUCS JHUCKYCCHOHHBIMH BOIPOCAMHU
00 OSTHONOTMM M IIaToreHe3e, OCOOEHHO Cpely IeUaTpPUYECKOM KOTOPTHl MMAIMEHTOB.
MHOro4YuclieHHBIE  MEXIAYHApPOIHBIE  HMCCIENOBAaHUS  IOCIAEOHHX JIET  yOeIuTelbHO
AEMOHCTPUPYIOT, YTO BapuabeIbHOCTh U TSDKECTh KIMHUYECKOW KapTHHBI KapIHOMHOIATHI
B 3HAUUTEJILHOM CTENEHH aCCOLMUPOBAHBI C M'eHETHYECKOH TPHYMHOM.

Taxum obpasom, nucceprannonHoe uccienoanue Kaepunoit B.I'. sBigercs BecbMa
aKTyalbHBIM M 00JIaZlaeT HECOMHEHHOH TEOpPETHYEeCKOW M MPaKTHYECKOW 3HAYMMOCTBIO
JUIS TIEMUATPUM U MEJUIUHCKON TeHETUKH.

Hay4nas HoBH3HA HcclleioBaHus 00yCIIOBIEHA HOBBLIMHU JaHHBIMU 00 STHOIOIHYecKoil
CTPYKTYpPE U KIMHHYECKHX OCOOEHHOCTAX KapAUMOMHONAaTUit B cTpykType RAS-natuii cpenm
poccuiickux nerei. Ha ocHOBaHMM pe3ysIbTaTOB MOJIEKYISPHO-FEHETHYECKOTO MCCIIEN0BAHUS
YCTaHOBIICHO, YTO [1aTOJIOTUsA MHOKapza yaule GOopMHpYeTCs y NMalieHTOB, TEHOM KOTOPBIX
COICPXKUT ITaTOreHHbIe BapuaHThl FTeHOB BRAF, HRAS, LZTRI, PTPNI11, RAFI1, RITI, SHOC?2
1 SOSI. Takxe BBIABIECHBI IBa MaKOPHBIX HYKIICOTHIHBIX BapHaHTA, COINPOBOXKIAIOIIUXCS
IaToJIOTHeN CepAeYHO-COCYAUCTON CUCTEMBI Y POCCUMCKHX JIETEH.

Teoperuueckass 3HAYUMOCTH JIUCCEPTALMOHHOIO: HCCIEAOBAHUSA  3aKJIIOUaeTCs
B CHCTEMAaTH3alMH KIMHUYECKHX XapaKTEePUCTHK KaanOMHt‘;ﬁamﬁ U JKCTpaKapAHalbHBIX
IPU3HAKOB B 3aBUCHMOCTH OT T'€HETHYECKHX BapHaﬁ’fOB, BBISIBJICHUH  KJIFOUEBBIX
AMArHOCTUYECKUX KPUTEPUEB, IMO3BOISAIOIIMX 3all0A03puTh RAS-matuio eme 10 monydeHus
pe3ylbTaTOB MOJIEKYJISIPHO-T€HETHYECKOTO HMCClIeoBaHus. Ha OCHOBaHUM I10JIyYeHHBIX
JQHHBIX  OBUI - IPEUIOKEH AITOPUTM KIHHHYECKOM U MOIEKyJIsApHO-TeHeTHUECKOi
JIMarHOCTHKU y JETeH ¢ rMIEepTPOPUIECKAM TUIIOM PEMOIETHPOBAHMs TIPH II0I03PEHUH Ha

RAS-matnio ®  aJroput™M IOCHEAYIONIEro  MyJIBTHAMCUMIUIMHAPHOTO MOHMTOPHHIA



nanuesToB. JlaHHble alrOPUTMBI IIPEICTABIICHBI B BUIE MOHATHON M HAIISAIHOMN OJIOK-CXEMBI
11 OyJIyT IOJIE3HBI JIst TPAKTUKYIONIMX Bpadel IIeIHaTpoB, FeHETUKOB B IETCKHUX Kap/I10JI0r0B.

Apropedepar auccepTandy H3JI0KEH Ha 24 CTpaHHWIax, BBIIOIHEH B KIIaCCHYCCKOM
aKaJeMHYecKOM CTHJIE B COOTBETCTBMH ¢ TpeboBaHusmu BAK. Marepnan u3ioxeH
CTPYKTYPHUPOBAHO, OMOIHEH rPaduIeCKUMHU | TaOIMYHBIMY MaTepHaIaMH.

[IpencTapieHHsle B aBTopedepare IMCCEPTANMH LETU ¥ 3a/a4d CHOPMYIHPOBAHDI
PaMOTHO H IOJNHOCTHIO COOTBETCTBYIOT 3asBIEHHOM pobnemaTuke. IIpe/UioKeHHbIN T13akH
MCCIICIOBAHHUS, KPUTEPUH BKIFOYCHHS U HMCKIIOYCHHMs OOOCHOBAHBI M METOIOJOTMYECKH
KOPPEKTHEL.

[IprMeHeHHe CTAHIAPTU3UPOBAHHBIX TOKa3aTellell IIPH OLeHKe NaHHbIX Jad0paTOpHO-
WHCTPYMEHTIbHBIX ~METOIOB  HMCCIIEJOBaHMs I103BONAET COXPAHWUTb  €IUHOOOpasue
TIOJIyYeHHBIX JaHHBIX. MICIONIB3yeMBblil MOJX0/l K IPOBEACHHUIO MOJIEKYIAPHO-TEHETHICCKOro
FCCIIeIOBAHUS TI03BOJIMII aBTOPY MOJPOOHO 0XapaKTepH30BaTh STHOJOI'MYECKYIO CTPYKTYPY
KapyuoMuonatuu y getedl ¢ RAS-matmsmu. ITIpoBeneHHBIH CTATHCTHHYECKMH aHAIM3
HCCIIeIOBAaHUS COOTBETCTBYET MIPaBUJIaM M CTaHJapTaM MEJUIMHCKOM CTATUCTHUKH.

Pesynbrarhl, IIpejiCTaBieHHBE B asropedepare Jmccepramuu Kasepunoit B.L,
OTPaXKAIOT TIOCTENIOBATEILHOE PEIleH e 3a/1ay, TOCTABIEHHBIX B PaAMKaxX AUCCepTAHOHHOM
paboTBHL.

BhIBOIBI HAaydHO OOOCHOBAHbBI, COOTBETCTBYIOT HENH M 3aja4aM AMCCepTallMOHHOH
paboTHI ¥ HE BBI3BIBAIOT BO3PAKEHHUH.

Takum oOpasoMm, aBropedepar IUCCEpPTallMM IIOJHO U JOCTOBEPHO pPACKphIBACT
Marepuan mo HaydHod mpoOmeme. Ilo pesymsraram JHCCEpTaLlHOHHOIO HCCIIETOBAHMS
onybnukoBano 11 pabot, 4 U3 HUX — B XKypHaJax U3 Hepequ{. BAK. Pe3ynbrarel ucciae10BaHus
BHEAPEHSI B  paboTy  JEeTCKUX  KapAWOJOTHYECKMX  OTJAENeHHd  (eepanbHoro
¥ MYHHLHUIIAIBHOIO JIe4eOHBIX YUPEKIEHHM, a TakKe B pa66fy 1abopaTopuy METUIMHCKOM
FeHOMMKH M OT/EJICHHMS. MEIWIIMHCKON reHeTHKH Menuko-renerndeckoro nenrpa OIAY
«HMMUILI 3mopoBes nereit» Munsapasa Poccun.

[[pyHIMIHAIBHBIX 3aMeUaHui K paboTe HET.

Wcxona M3 copepykaHus aBropedepara, Clelyer 3aKjIOYhTh, YTO JUCCepTallMOHHAs
pabora Kapepunoit Bamentunbl IeHHaIbeBHBI SBASETCS  3aBEPUICHHOM  Hay4HO-

KBaIH(pUKAMOHHON padoroit. Hayunas mpobiema, pem€HHas B XOIe AMCCEPTALHOHHOIO



HCCIIEIOBAHUS, CIIOCOOCTBYET YIIyONEHHOMY IMOHHMAHUIO KIHHUYECKMX M T€HETHYECKHX
ocobeHHOCTEeH KapauoMmuonaruit y jneteit ¢ RAS-natusmu, a Takke NOBBIIIEHUIO KadecTBa
OKa3aHMs MEJMIIMHCKOM ITIOMOIIY JaHHOM KaTeropuu ManueHToB.

Huccepranus KaBepunoii B.I. Ha Temy «KinHH4Yeckas U MONIEKYISIPHO-TEeHETHYECKAS
XapakTepuCcTHKa KapJuoMHoIaruii B CTpykrype RAS-nartuéi y ngereir» IOJIHOCTBIO
COOTBETCTBYeT TpeOoBaHUAM 1. 9 «llonoXeHHS O TPHCYKIEHHH YUYEHBIX CTeIeHel»,
yrBepxaernHoro Iloctanosnennem Ilpasutenscrsa Poccuiickoit @enepanuu ot 24.09.2013r
Ne 842 (B neficTByromeii pelakilin ), IpeIbsBIsSEMbIM K AUCCEPTANUAM HA COMCKaHHe yYeHOH
CTENICHH KaH](1/aTa MEeIUIMHCKIX HayK, a aBTop Kasepuna B.I. 3acimyxuBaeT MpHCYKIeHHS
YUYCHOH CTEeIeHH KaHIAWIara MEIUIMHCKUX HayK mo cnenmansHoctsM 3.1.21. Ilemmarpus

(MemuuuHcKUe Haykn), 1.5.7. TeHeTnka (MEIMIMHCKIE HAYKH).

[TepBEIit 3aMecTHTENIb AUPEKTOPA — 3aMECTUTENb TUPEKTOPa
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