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Ha aBTopedepat auccepraunn AnapeeBoidi JabBHPbI PaaTOBHBLI HA TeMmy:
«HacyieqcTBeHHbIe KHCTO3HbIe 0O0JIE3HH NOYeK B JETCKOM BO3pacTe:
Kanauvecknii ¢peHoTHn u reHoTHn, noyeynass GyHKUHS H BLIKHBAEMOCTb,
NEepCOHAIM3HPOBAHHOCTL, MNPEIHKTHBHOCTh B BeJCHHH MAIHEHTOB» IO
CHeNHATbHOCTH

3.1.21. [leanaTpus

HacnenctBennsle KUCTO3HBIE 3a00JI€BaHuUs [IOYEK Y J€TEH OCTAIOTCS OIMHON W3
aKTyalIbHBIX MPOOJIeM B NETCKOH He(PONOrUM B CBS3H C PacHpOCTPAHEHHOCTHIO,
OCOOEHHOCTAMH Pa3BUTHs IOYEYHBIX W BHENOYEYHBIX IIPOSIBICHUH, TEYEHHS C
BBICOKMM PHCKOM IPOTPeCcCHpOBaHs B TepMHUHANIBHYIO cTaauio XBI1, tpebyromryro
3IIT MeTomOM nMaMM3a M TPAHCIUIAHTALIMM B IETCKOM BO3DACTE.

BcemupHble MONEKyISpHO-TeHETHYECKHe UCCIEeN0BaHU UACHTHGUIMPOBAIU
MyTallii TEHOB, OTBETCTBeHHBIX 3a pasButue AJIIIBIT u APIIBII, T'KBII,
HedporodTH3a, HeQyHKIMOHMpYyIowIel oaHocTroporneit MKJIIT y nereit (Dahmer—
Heath M. et al., 2020; Konig J.Ch. et al., 2022; Cai M. et al., 2023; Schaefer F.,
Greenbaum L.A., 2023; Burgmaier K. et al., 2024; Thompson W.S. et al., 2024;
Wolf M.T.F. et al., 2024; onnaiin karasor OMIM, nopTan ORPHA).

PanHee BbIABIEHME M 3aMeUICHHE TEMIIOB IPOTPECCHPOBAHMS, OTHAJEHHE
dopmupoBanus TXITH B netckoMm Bo3pacTe, CHHXKEHHE PUCKA OCIOKHEHHIL,
BBI3BAHHBIX HapyIICHHEM (YHKLHUHU T0YeK, TPOrHO3UPOBAHHE COCTOSHHUS 310POBbSI
B Oyaywem neredi ¢ HacmenctBenHbiMu KBIT mo pesymbraTaM wucclieoBaHus
(DEHOTUIMYECKHX M TeHETHYECKUX OCOGEHHOCTeH, MOYeqHOH (YHKIUU |
BbDKHBaeMoCTH 1o Metony E.L.Kaplan — P.Meier o6ycnasnuBaer akTyanbHOCTb U
HEpeILIeHHOCTh 3THX MpPOOJeM 10 HACTOSIIEr0 BpeMeHH. B cBA3M ¢ 3THM, Tema
JACCEPTAIOHHON paboThl AHpeeBolt O.M. ABISETCS aKTYalIbHOMN IS TIeIUATPHH
U 1eTCKOW He(POJIOTHH.

Llenb  paGoTBl ¥ MOCTaBIeHHble 3ajaud  SABJIAIOTCA  KOPPEKTHBIMA,
COBPEMEHHBIMHU, BOCTPEOOBAHHBIMH, BIIOJHE JOCTATOYHBI JUIS PACKPBITHS TEMBI
MCCIIEI0BAHKS U ONIPe/IeICHUS KOHUETILMH, OIPe/IeIIIOIIel Hay YHO-TIPAKTUYECKY0
3HAYUMOCTbh PabOTHI.

ABTOpOM I10JTy9eHBI HOBBIE IaHHBIE O CTPYKType HacenctBennsx KBITy pereit,
B Koropod mnpeobnamator AJIIIBIT u  APIIBII; pexe BcTpeyaroTcs
Hedynkuuonupyromas MK/, nepponodrus, I'KBII, kuctossl moyek npu TC u
cunapomanbHbie KbII. [pencraBnens! naHHbIe 0 pa3BUTHH PEHATBHOTO MATOBOIHS
u cuHapoma [lorrep, 0COOEHHOCTIX KIHHHYECKOrO IIOYEYHOTO M BHEIIOYEYHOTO
(enoruna y nereii c ouens panuum HauanoM A JIITBI1. Vcranosieso npeobaganue
MTATOTCHHBIX BAPUAHTOB IeTePO3UTOTHRIX MyTaluil B reHe PKD1 y atux mereii.
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ITony4yeHsl HOBBIE JaHHBIE, IEMOHCTPUPYIOLIKE BapUabeIbHOCTh IOYEYHOT0 1
TIeYeHOYHOTO (PEHOTHUIIA, O YaCTOTE PEHAIBHOTO MAJIOBOAUS M Pa3BUTHS CHHAPOMA
[Torrep ¢ OIMI u IH y nereit npu KiIaccuueckoi U AETCKOM ¢ GuGpO30M HedeHu
APIIBIL. IToka3anbl 0cOGEHHOCTH MOYEYHOT0 U BHEMOYEYHOro (PeHOTHUIA Y JeTeit
npu opdaHHBIX HacleICTBeHHBIX cuHApoMax Papillo-Renal, CHARGE, Meckel—
Gruber4 BcnencTBHe MyTalMU T€HOB W NPU XPOMOCOMHOM MaTONOrMH Senior—
Loken6 npu nmememun 12921, cummpome nenmerwmu 17q12, meneuum 12p, mpu
TPUCOMHUH XpoMocoMsl 9; mpu 6one3nu Dentl; cunapome Beckwith—Wiedemann
BCIIeACTBHE HapyeHus metunupoBanuss KvLQT (LIT1).

Briepsbie 0XapaKTepHU30BaHbl 4aCTOTA U PA3BUTHE PEHAIHLHOIO MaJIOBOIHS,
He(poMeranuy, no4euHsIx Kuct, A, BpoxkaeHHOro Gpubposa neveny,
pacummpenus BIDKII, kuct neuenu, CIII' ¢ BapuKO3HBIM pacIIMpeHUEM BEH
MUIIEBOJIA U XKeTyIKa C KPOBOTEYEHHEM, BapUAHThI TATOTEHHBIX My Tall{i reHa
PKHD1, nedenue u BeieHue 1eTCKO# GopMBI ¢ GUOGPO30M IedeHH,
npeobnazaromeil B crpykrype APIIBIT y neauaTpuyeckux nayueHToB U OKa3aHa
BaprabeIbHOCTh MOYEYHOro (eHoTUMa (CyOKOPTUKAIBHBIN ITIOMEpPYJIOKUCTO3
nouek, onHocToporHss MK/IIT u rmoMepynokucTo3 ¢GyHKIMOHUPYIOIIEH
KOHTpajiaTepajbHON) IPY HACHTH(GUIMPOBAHHBIX MyTanusax resa HNF1b u
Aenenuu xpomocomsl 17q12 ¢ 3axBatom rena HNF1b y nereii ¢ opdannoi I'KBII.

3aciyra aBTopa B TOM, YTO IOJIy4eHbl HOBBIE JaHHBIE O (EHOTHIAX
MH()aHTUIBHON, JOBEHIIIBHOM, MO31HEW (GOPM M30MPOBAHHOTO U
CHHJ/IpOMaJIbHOro opdaHHoro Hepponodtusa npu del2q ¢ 3axsatom resa NPHP1
1 MyTauusiMu reHoB CEP290, TMEM67, INVS y nereii. Briepseie y nereit B
Bo3pacte Ooiiee 2 JIeT MOTydYeHbl JaHHbIE O IPOrPECCHPOBAHUHI XPOHMIECKOH
6onesnu nouek ot C1 (¢ coxpannoit CK®) no C2-5 npu HacneCTBEHHBIX
KHCTO3HBIX 00JI€3HSAX MI0YEK U yCTAHOBJIEHA BEPOATHOCTH TOYEYHOM
BBEDKMBAaeMOCTH 1—JieTHel, S—netHel, 10—neTHei, 1 5-nerneit, 1 7-netHeit o
merony Kaplan — Meier (1958) y nereit ¢ AJITIBIT, APIIBII, I'KBI],
He(GPOHO(TU30M, KHCTO30M IIOYEK MPH TyOGEPO3HOM CKIIEpO3€e, HAC/IeICTBEHHbIX
cunzipomax. Hayyno o60ocHOBaHbI epCOHATU3UPOBAHHOE BEJECHUE U
NPeTUKTUBHOCTE — POTHO3UPOBAHNE COCTOSHUS 3/I0POBbsI B OyAyIIEM y JeTelt ¢
KHCTO3HBIMHU 00JIE3HAMH MOYEK C yUeTOM HHIMBUIYAIbHBIX TeHETHYECKUX U
(enoTUNMYECKNX OCOOEHHOCTEH, BEPOATHOCTH NOYEYHON BEKHBAaEMOCTH. JJaHHOE
00CTOSATENBCTBO A€NAeT TeMy JUCCEPTALMOHHOIO MCCIeJOBAaHUS BECbMa [IEHHOM
KaK B HayYHOM, TaK ¥ B MIPAaKTHYECKOM IIJIaHE.

Coneprxanue aBropedepaTa COOTBETCTBYET CTPYKTYPHO-TOTHYECKOMY
NIOCTPOEHUIO TUCCEPTALIMOHHON paboThl. OOBEKT U IIPEAMET UCCIIEOBAHUS,
MCTOYHHUKH, & TAK)Ke UCIIOJIb3yeMbIe B IIPOLIeCCe aHATN3a MAaTEPHAIOB METO/IBI
COBPEMEHHBI, HH(POPMATUBHBI 1 COOTBETCTBYIOT YKa3aHHOM CIIELUATBHOCTH.



ABTOpPOM MOJTy4eHbl HOBbIE JaHHbIE O (eHOTUIIaX HHPAHTHILHOM,
IOBEHUJIBHOM, 1MO31HEH (HOpM U30JIMPOBAHHOTO ¥ CHHIPOMAJIEHOTO OphaHHOTO
HepoHodTuza nmpu del2q c 3axBatom rena NPHP1 u myranusmu reaos CEP290,
TMEMG67, INVS y nereii. BnepBble onucanbl 0COO€HHOCTH HH(GAHTUIBHOTO
HepoHO(DTH3A C TporpeccupoBanueM B TepMuHainbHyo XbBI1y nereii ¢
curapomamu Meckel-Gruber4 (CEP290) u Senior-Loken6 (del12qg21 c 3axBatom
rena CEP290.

[To aBTOpedepaTy mJOoKTOpPCKO# nuccepranuu couckarens O.D. AHapeeBoit Ha
TeMy: «HacJsiencTBeHHbIe KHCTO3HBbIE 00JIE3HH MOYEK B 1eTCKOM Bo3pacre:
Knunuveckuii (peHOTHII M T€HOTHII, MOYeYHAS PYHKIHS H BbI)KHBAEMOCTb,
NepPCOHATH3HPOBAHHOCTD, IPEANKTHBHOCTH B BeJeHUH NALMEHTOB) 110
cnenrasibHOCTH 3.1.21. [legmaTpust NnpuHUMNUAIIBHBIX 3aMeYaHUM HeT.

ABTropedepar auccepTalMOHHONW pabOTHI yIOBIETBOPSET BCEM TPEOOBAHMSM,
npeabsBiasieMblM Beiciiell arrectannoHHoW komuccued. CopepxanHue pabOThI
TIOJTHOCTBIO COOTBETCTBYET 3asiBIIEHHOW crienuaibHOCTH. ABTopedepar maer
npexacraBieHue, uro O.D. AHApeeBa INpoBeia Cepbe3HOE, aKTyalbHOE Hay4dHOE
MicClIeJOBaHNE, BBIITOJIHEHHOE HA BHICOKOM HAYYHOM U NPO(eCCHOHAIBHOM YPOBHE,
¥ 3aCIy)KMBaeT MPUCBOEHUS YYEHOW CTeNeHH JOKTOpa MeAULIMHCKUX HayK.

3aBeaywomnii kadgeapoi gerckux 0oJie3Heit
B ceMeliHoH MeaunuHe TamkeHnTckoro
rocyapcTBeHHOr0 MeAMHHCKOro
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