OT3bIB
AOKTOPa MeIHLUHHCKHX HAyK
Jlapnonosoii Banentunbl MnbnHHYHBI Ha aBTOpedepaT ANCCEPTALHM
Tarapunosoii Taresinbl HukoaeBHbI HA TeMy:
«Poab myranuii rena NOTCHI B pa3BHTHH KOAPKTALHH a0PThD»
HA COHMCKaHHe YYeHOH CTeNeHH KAaHAHAaTa MeJHIHHCKHX HAyK

no cneunajbHocTH 14.01.05 — kapanonorus.

Koapkranuss aoptel (KoA) Bxomur B mecTepky Haumbojee 4acTo
BCTpEYAKOIIUXCs BPOXKAEHHBIX MOpokoB cepaua (BIIC), yacrora BcTpeyaemocTu
KoA xonebnercs or 0,23 ngo 0,33 cmyuaeB Ha 1000 HOBOPOXIEHHBIX, YTO
cocraBisieT 0kojio 6% ot Bcex BIIC u 3anmmaer 1o 10% cpeam KpuTHuecKux
IIOPOKOB.

ITpyunna Bo3HukHOBeHUs: KOA 10 cux mnop He ycraHomieHa. Kak wu
OONBIIMHCTBO aHOMAHMH BBIXOJAHOTO OTZAENa JIEBOro Kejlyaouka, KoA uame
BCTpeYaeTcs y JIML MyXcCKoro noia. ['eHernueckuii komnoneHT KoA yxe naBHO
npusHaH B cuHapome lllepmesckoro-Teprepa (kapuotun X0), cpenyu namueHTOB
KOTOPOr'o JaHHBIM MOPOK BCTpedYaeTcsi C 4acToToi okono 35%. UccnenoBanwus
TMIOCJIEIHHUX JIET CBUAETEILCTBYIOT, YTO FEHETUYECKOE BKJIaJ B pa3BUTHE aHOMAJIHI
BBIXOJIHOI'O OTZEJIa JIEBOIO XKelyAo4yka, B ToM uucie u KoA, Gonee BaxkeH, 4yem
cuhtanock panee. OpHaKo 10 CHX IOpP He HaWIEHbl KOHKPETHHIE TI'€HBbI,
ydacTBylomue B pa3BuTd KoA, a Takke HeT HaHHBIX O (pakTopax pHCKa,
CIIOCOOCTBYIOIMX Pa3BUTHIO 3TOro 3aboseBaHus. B 3ToM acnekre upe3BprdaitHO
UHTEPECHBIM NpeACTaBseTcs uccnenoBanue rena NOTCHI, ydacTByromero Ha
paHHEeM JTalne pa3BUTHUS CepALa U COCY/I0B.

I'en NOTCH1 siBnsieTcsi OMHUM U3 KOMIIOHEHTOB OOJIBIIOrO CEMECTBA T'eHOB |
OZHMM M3 YYaCTHHKOB KIIOYEBOIO, JUIsi pasBUTHS H (YHKIHOHUPOBAHUS
OpraHu3Ma, CUTHaJIbHOTO KacKa/la, KOTOPBIH B HACTOSILEE BPEMS HOCHT Ha3BaHHS
curHanbHoro mytd Notch. Beuio mokasaHo, 4To MyTainuy B reHax-KOMIIOHEHTax
3TOrO CUTHAIIBHOTO IyTH CIIOCOOHBI BBI3BIBATh 3a00JI€BaHUs CEPAEYHOCOCY IUCTOM
CHCTEMBI ¥ HEKOTOPBIX JIPYTMX OpraHoB. B HacTosilee BpeMsi He TOJIBKO J0Ka3aHa
BaxHas poib NOTCHI B pa3BUTUHM Cepila W COCYJOB, HO U BbISBJIEHA CBS3b
MyTalli{i B 3TOM reHe ¢ (OPMUPOBAHMEM BPOXASHHBIX IMOPOKOB cepaua. Notch

CHTHANIbHBIH ITyTh UIPACT OAHY U3 BEAYIMX POJiel B PeryJsiuu npoaudepayn u



amonTo3a KJIEeTOK, (OPMHUPOBAHMHM TIpaHUI] TKaHEH, a TMPUMEHHUTEIbHO K
SMOPHOHAIILHOMY Pa3BUTHIO Ceplla M COCYIOB — HIrpaeT KIIOYeBYIO pOlib B
MpOTeKaHWM psfa [pPOLECCOB Kapauo- M BackyinoreHesa. Hecmorps Ha
MHOTOYKCJIEHHbIE HCCIENOBaHMs MocleqHux ler, poab Notch curnanumara B
pa3BUTUM cep/lia 10 KOHIA He sicHa. B pesynbrare IOCIEAHMX HCCIENOBaHHH
BBISIBIIEHO, YTO MyTaluu B curHanbHOM cucreMe NOTCHI SBISIOTCA NPUIHHON
JByCTBOpYATOro kiamaHa aopTel. OIHAaKO B HacTOsIIEe BpeMsi OTCYTCTBYIOT
paboThl, OKa3bIBAIOIME BIUSHUE JaHHOro reHa Ha pasButue KoA, dro
omnpezeNseT AaKTyalbHOCTh JuccepTalroHHoi pabotsel T.H. TarapunoBo# mis
COBPEMEHHOM KIIMHUYECKON U 3KCIIEPUMEHTAIbHOW METULIMHBL.

Llenp ¥ 3a1a4u quccepranoHHoro uccnenoBanus T.H. TarapruHoBo# 10rHyHbI
U 4eTko chopMyaupoBaHbl. B paboTe HCHOIB30BaHBEI COBPEMEHHBIE METOJBI
UCClIeIOBaHKsl, KOTOpbIe IO3BOJISIOT pellaTh IOCTaBleHHble 3agadd. OO0nem
MPOBEIEHHBIX MCCIEeJOBaHUM JOCTaTOYeH [Ulil MOJy4eHHs OOOCHOBaHHBIX
BBIBOJIOB.

B mwuccepraumonHoMm wucciaenosanud T.H. TarapunHoBoii Ha OCHOBaHHWH
aHaju3a ¥ 00CJieIOBaHUs CeMEN MOJIy4YeHbl HOBBIE JaHHbIC, JOKa3bIBAIOLIUE, YTO Y
naieHToB ¢ KoA, pomutenu koropeix umenu BIIC, wyactora pasButus
COYETAaHHOW BPOXXIEHHOW NATOJOIMH BBIXOAHOIO TpaKTa JIEBOTO JKEIyJo4Ka
3HAYMUTEIBHO BbIlE. BISBICHBI JOMOJIHUTENbHbIE (PAKTOPBI PUCKA, BIMUSIOLINE HA
TeyeHre OepeMeHHOCTH U (popmupoBaHue KoA y miona. Bnepseie ycTaHoBieHa
cBs3b 3ameHbl R1279H B rene NOTCH1 ¢ paszsutuem KoA. Briepssie npeioxxeHa
MaTeMaTHyeckass MoJelb MpPOrHO3MpoBaHWs pa3BuTus KOA Ha OCHOBaHHH
ucciaenoBanus 3ameH resa NOTCHI. B mnpoBeieHHOM HCCIEIOBaHHH BIIEPBEIE
NpeACTaBieHbl JaHHbIe, IIOJydYeHHbIe IIyTeM NpSMOro cekBeHupoBaHus 10
3k30HOB reHa NOTCH| ot 200 yenoBek 00cie10BaHHOW KOHTPOJIBHOM IPYIIIBI, He
umeromux BIIC mo paHHBIM 3XO0Kapauorpapuueckoro uccienoBaHus. B pabore
BbIsSIBIIEHbl HOBBbIe BapuaHThl reHa NOTCHI kak y nauueHToB ¢ KoA, Tak u B
KOHTPOJIBHOM rpynmne. Brepsble NpoAeMOHCTpHpOBaHAa CBS3b BApHAHTOB TI'eHA
NOTCHI] c¢ pa3BUTHEM aoOpTaJbHOM HEAOCTATOYHOCTH Y TMIAl[HEHTOB C
JBYCTBOPYATHIM KJIallaHOM AOPTBHI.

Pe3ynprarsl quccepranu OTpaXkeHsl B 6 medyaTHbIX paboTax, B TOM YHCIIE
TpEX CTaThiX B PELEH3UPYEMbIX OTEYECTBEHHBIX M 3apyOeKHBIX HAYYHBIX
KypHajlaxX, TNpeACTaBleHsl B BHAE MOKIAJOB H OOCY)KIEHBl Ha BEIYIUX
POCCHICKUX U 3apyOeXHBIX KOHIpeccax.



O6beM aUccepTAlMOHHOM pabOThl MOJHO M IMOCJIEI0BATENIbHO OTPAKEH B
apropedepare, 4TO MO3BOJIAET MOJYYHTh JAOCTATOYHOE NPEICTABICHHE O LEIX,
3aj1a4ax, XapakTepe MpoAeIaHHOrO COMCKATEIEM HCCIIE0BaHMUS.

Pa6oTa u310’keHa rpaMOTHO U JJAKOHUYHO.

[TpuHIMIIHANBHBIX 3aMEYaHUH HET.

Jucceprauust TarapunoBoi TaresHel HukonaeBnel, Ha Temy «Poib
mytauuii rena NOTCHI B pa3BUTUM KOapKTallWM aOpThD», NMpPENCTaBICHHAs K
3alUTe HA COMCKaHHe YYEHOW CTeNeHH KaHIAuJaTra MEIULUHCKUX HaAyK SBJISETCH
3aKOHYEHHOW Hay4YHO-KBAJIU(UKAIIMOHHON DPaboTOi, B KOTOpOH Ha OCHOBAaHUM
BBITIOJTHEHHBIX aBTOPOM HCCII€ZIOBAaHUM, PEIIeHbl Ba)KHbIE HAy4YHO-IIPAKTHYECKUE
3a7ayd 0 TOUCKY (AaKTOpPOB pPUCKA M HOBBIX (MOJEKYJISPHO-T€HETUYECKHX)
METOJ0B JUArHOCTHKH KOApPKTallM¥d aOpThl, YTO MMeeT OOJblIOoe 3HAYEHHE IIs
KapAUOJIOTHH.

[IpencraBnenHas paboTta cooTBeTcTBYeT TpeboBaHusM 1. 9 «IlonoxeHus o
NOpsiZIKe TPUCYXKIAEHUS] Y4YE€HBIX CTeleHeW», yTBepxkagHHoro IlocraHoBieHHEM
[IpaBurensctBa Poccuiickoit ®@enepamuu ot 24.09.2013 roma  Ne 842,
NpeabsBIsEMBbIM K [IUCCEpTAllMsIM HAa COMCKaHWE Y4YEHOM CTENeHW KaHauaaTta
MEIUIMHCKUX Hayk, a ee aBTop larapuHoBa TaTksiHa HukonaeBHa 3aciyXuBaeT

MIPUCYKAEHUSI UICKOMOM cTerneHu 1o crnenuranbHoctd 14.01.05 — kapauomnorus.

[Tpodeccop ®PI'BHY «1DOM»,

J.M.H., Bpa4-reHeTUK Jlapuonosa B.H.

KoHTakTHBIE JaHHBIE:

OI'BHY «MHCTUTYT 3KCIepUMEHTalbHOM MeauuuHb», 197376, CaHkT-
[TeTepOypr, yi. akan. [TaBnoBa, a.12.

Tenedon: 8-812-237-10-30
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