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00kmopa meduyunckux Hayk Kpyuunoi Tamoanol Kumoenot
Ha asmopedepam ouccepmayuu Tamapunoeoii Tamoanovl Huxkonaeenot Ha
memy: «Ponv mymayuii 2zena NOTCH1 ¢ pazeumuu KOGPKMAayuu aopmoly,
NpPeOCmAaseHHYI0 HaA COUCKAHUE YUEeHOll CHEeneH U KaHOUOAma MeO UL UHCKUX
Hayk no cneyuanvnocmu 14.01.05 — kapouonozusa (MeOUyUHCKUe HAyKU)

Koapxramust aoptsl (KoA) sBiusercss omHuM u3 camblx dacTeix BIIC,
XapaKTEPU3yeTCsl TPYAHOCTSIMHU JAUArHOCTHUKYM B (peTalbHOM IepHoje ¥ OOJbLION
JaCTOTOM KPUTHUUECKUX COCTOSIHUM B IIEPUOJ HOBOPOXXIEHHOCTH, YTO ONpENeIisieT
BBICOKYIO MJIAJIEHYECKYIO CMEpPTHOCTh. IIpu4mHbl BO3HUKHOBeHMsA KOA, kak u
apyrux BIIC, no xonuma He sicHpl. KiumHmuyeckoe 3HaueHue KoA, mnouck
3THOMNATOTeHETHYECKUX (PaKkTOpoB (OPMUPOBAHUS, OIPEHAENAOT HHTEPEC K
u3ydennto ganHoro BIIC. TIlostomy nens uccineposanus T.H.Tarapunoow,
KOTOpas 3aKiiovajiach B HW3YYEHHHM pONM TEHETHYeCKMX (aKTOpoB B
dopmupoBanun KoA, sBisieTcs, 6€3yClOBHO, aKTyallbHOH U OTpa)KaeT MHTEPECHI
COBpEMEHHOM Kapauoyoruu. J[s HOCTH)XEHMS UeJld aBTOPOM ObLIM YETKO
chopMyIHUpPOBaHEI 337jaul, KOTOpBIE YCIELIHO PELIEHE] B XO1€ UCCIIEJOBaHUS.

B unccnenosanue Bouia Oojblas rpymma namueHToB ¢ KoA, xpome Toro
ObLTO0 cHOPMUPOBAHO HECKOIBKO MPEICTABUTENBHEIX KOHTPOJIBHBIX TPYIIIL, TOIBKO
B KOHTDPOJIBHYIO TPYIINy Ui FeHeTH4ecKoro tectuposanus Bouwu 200 yenmoBek
0e3 CTPYKTypHBbIX aHomanuil cepaua. Takoe oOLIMpPHOE HCCeNOBaHME JeaeT
9YecTb aBTOpPY, @ B COBOKYIIHOCTH C CEPbE3HBIM CTATUCTHYECKUM aHAJM30M He
II03BOJISIET YCOMHUTHCS B JJOCTOBEPHOCTHU MOJyYEHHBIX PE3YIHTATOB.

B pesynpTare uccnenoBaHUS aBTOPOM BBLISBJIEHBI HE TOJBKO HOBBIC
reHeTHYECKHe TpeauKTopsl ¢opmupoBanus KoA u AByCcTBOpYATOro KiamaHa
AOpThI, HO PsiA OPYTUX (aKTOPOB PUCKA, aCCOUMMPOBAHHBIX C BO3HHUKHOBCHHEM
BIIC, 4ro ompeneisieT HAy4YyHyHO HOBH3HY BBIIOJIHEHHOM pabotel. Tak, B
pesyjbTaTe  MCCIENOBaHMS  OBUIO  yYCTaHOBJIEHO,  YTO  OTATOILEHHAas
HacnencrseHHocTh Mo BIIC B coderaHuu ¢ npoeccHOHaNbHBIMU BPEIHOCTIMH
pomuTeNiell yBeTMYMBAalOT pHCK pa3BuTuUsi KoA B 2 pasa. beilo BBIIBICHO
HECKOJIEKO HOBBIX BapuantoB resa NOTCHI, NpoJeMOHCTPHUPOBaHBI pasHbIE
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IBYCTBOPUYATOTO KJallaHa aopThl B 3aBUCHMOCTH OT HapyLICHHA GbyHKIUU
AOpTAJTBHOTO KIIallaHa, I0Ka3aHo, YTO 3aMeHa R1279H B reme NOTCHI1 moxer
TIPEeCTaBISITE COOOHM acCONMMPOBAHHBIN C OOJIE3HBIO aJlJIeNIb M TpUA HaJIWYUHU
HeONaronpHUsaTHBIX (AaKTOPOB CIIOCOOCTBOBATH PA3BUTHUIO KoA. Taxxe Obina
MpeUIoKeHa MaTeMaTHdeckas MOJENb IPOTHO3MPOBAHMs Pa3BUTHA KoA Ha
ocHOBauuu uccienosanus 3amed rena NOTCHI.

KoA wuacto coueraerca ¢ apyrumu BIIC, 4TO 3HaYMTENIBHO BIMIET Ha
KIMHAYecKoe TeueHue 3a00ieBaHusl, pe3yJbTaThl XUPYPTHUYECKOro JEYCHUs U
gyacTo TpebyeT WHAMBUAYalbHOM, TrHMOKOW TaKTUKM  BEICHHU pebeHka.
HccnenoBanue T.H.TatapuHosou IIOATBEPXKAAET HaCJIeICTBEHHYIO
IPEIPaCcIONIOXKEHHOCT, K Pa3BUTHIO KoA, a Taxke OOBICHIET YacTylo
aCcCOLMMPOBAHHOCTH JAHHOTO MIOPOKA C APYTUMH BPOXKIEHHBIMU [TOPOKaMK CEPALIA.

[TonydeHHbIE pE3y/ibTaThl MMEIOT —HENOCPEACTBEHHOE MpPaKTUYeCKOe
npumeHeHre. C y4eToM BBISBICHHBIX (GakTOpOB pPHUCKA, MEIUKO-TCHETHIECKOE
KOHCYIFTHPOBaHME ¥  9XOKapauorpaduueckoe obcienoBanre  OyayIIMX
PONUTENEH [TO3BOIUT BBIABJIATH IPYIITY JIHL, UMEOLINX BLICOKHH PUCK POXIAEHHUS
pebenka ¢ KoA.

JluccepTals [OCTPOEHA II0 OOINENpUHATOMY IUIaHy M COCTOUT M3
BBeJeHMsI, 0030pa JIMTEPaTyphbl, XapaKTEPUCTUKK OOCIE[OBAHHBIX MALUEHTOB U
METOJIOB MCCIIEIOBAHS, PE3yIbTaTOB COOCTBEHHBIX MCCIIE[0BAHHU, o0cyXaeHus,
BBIBOJOB, IIPAKTHUECKUX PEKOMEHIAlMA ¥ CIMCKa JIMTEPaTypEl. BriBop!
JMCCEPTAIIUY [TOJTHOCTBIO COOTBETCTBYIOT IIOCTABIEHHBIM 3a1a4am, 00OCHOBaHBI U
aprymenTrpoBansl. O0beM JUCCEPTALOHHOH paboThl [1OCTATOYHO IMOJHO U
TIOCJIe[OBAaTEIFHO OTPaXkeH B aBTopedepare, HalIMCaHHBIM JJAKOHWYHBIM HayTHBIM
S3bIKOM.  Pe3ynpTaThl  HCCIEeNOBaHMs  JOJOXEHBl  Ha pPOCCUIMCKUX U
MEX/TyHApOJHBIX KOH(QEPEHLHAX, UMEETCs AOCTaTOYHOE KOJNMYECTBO HAyIHBIX
Ty OTKALWH.

Pa6orta T.H.TaTapuHOBO# aKkTyajbHa, HHTEPECHA, BBIIIOJIHEHA Ha BEICOKOM
METOIMYECKOM YPOBHE C UCIOIb30BaHMEM COBPEMEHHBIX METOZIOB o0OciieJ0BaHus,
uMeeT Oe3yClIOBHYIO Hay4HYI0 HOBHU3HY M OOJBIIYIO TEOPETUYECKYIO H

NPaKTUIECKYIO 3HAYUMOCTB.



Hucceprauust TarapunoBoit Tatbsupl HukonaesHel, Ha Temy «Poib
mytauuid resa NOTCHI B pa3BUTHM KOapKTalUW AOPThI», MpPENCTaBICHHAaA K
3al[UTe Ha COHCKaHHe YJYEHOW CTeNeHW KaHIuJaTa MEIULUHCKHX HayK II0
cienmanpHocTd  14.01.05 — xapawonorus (MeIWUIMHCKHE HayKH), SBJISETCA
3aKOHYEHHOM Hay4HO-KBaTM(DUKAMOHHON paboTOH, B KOTOPOH COAEPKHUTCH
pelLlleHre 3a1ay BBIABIEHHS 3THONATOIeHETHIECKUX (akTOpoB (POPMUPOBAHHUS U
COBEPIIIEHCTBOBAHMS JUATHOCTUKA BPOXKIEHHBIX IOPOKOB CepAla, YTO HMEET
Gosplloe 3HaueHHWe [ Kapauojoruu. [IpencraBneHHas padoTa COOTBETCTBYET
TpeboBanusaM 1. 9 «[lonoxeHUsT O MOPSIOKE MPHUCYKAECHHS YYEHBIX CTEIEHEeH”,
ytBepxaénHoro IlocranoBnenuem IlpaBurensctBa Poccuiickoi Denepauuy 0T
24.09.2013 roma Ne 842, npembsBiseMbIM K AUCCEPTAlMAM Ha COUCKaHWE YU€HOU
creneHy Kagaupara Hayk. OHa COOTBETCTBYyEeT TPEOOBAaHUAM, IPEIBSIBISIEMbIM
BAK k pgmccepraudoHHBIM paboram, a ee aBTop - Tarapunosa TarbsHa
HukonaeBHa 3aciIy)KUBaeT IIPUCBOCHUS YUEHOH CTENEHM KaHAuaTa MEIUIUHCKUX

HayK 1o crenuanbHocTu 14.01.05 — kapauosorus (MeJUUMHCKUE HAYKH).

JIOKTOp MEIULMHCKUX HAYyK,

npodeccop kadenpsl NeaUaTpuu

umenu npodeccopa .M. Boporuosa ®IT u JI1O
I'BOY BIIO «CankTt-IleTepOyprckuil rocy 1apCTBEHHBIH
e qMaTpPUIECKI MeJULUHCKUN yHUBEepcuTeT» M3 PO Kpyuuna T.K.

Anpec opranuzauuu: yi. Jlutosckas, 2, Cankr-IletepOypr, 194100
Ten. 89213694814 email tkruchina@gmail.com
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