OT3bIB
Ha aBTOpedepat nucceprauuu AHapeeBoi DiabBUpbl PaaToOBHBI HA TEMY
«HacneacTBeHHbIE KUCTO3HBIE 00JIE3HU MTOYEK B JETCKOM BO3pacTe: KIMHUYECKUA
(GEHOTHIT ¥ TeHOTHII, ToYeYHast GyHKLUUS U BBDKUBAEMOCTD,
MEePCOHATM3UPOBAHHOCTD U MTPEAUKTUBHOCTD B BEJICHUH ITALIHEHTOBY,
MpeCTAaBIEHHON HA COMCKAHUE YYEHOW CTEleHH JOKTOpa MEUIIMHCKUX HayK 10
crienquanbHocTu 3.1.21. [lennarpus

AKTYaJIbHOCTb JHCCEPTALHOHHOH pPaboThI AHnpeeBoil  DIbBUPBI
daaroBHel Ha TeMy «HacneacTBeHHBIE KUCTO3HBbIE OOJE3HHM NOYEK B JAETCKOM
BO3pacTe: KJIMHUYECKMH (EHOTUN M TIeHOTHN, Mo4eyHas QYHKUUSA |
BBDKMBAEMOCTh, IE€PCOHAIM3UPOBAHHOCT W INPEJUKTUBHOCTH B  BEACHHH
MAIMEHTOBY, MPEJICTABIEHHON K 3alllUTe Ha COUCKAaHUE YYEHOH CTENeHU JOKTOopa
MEIUIMHCKUX Hayk mo cnenuansHoctd  3.1.21. Ilegmartpus, omnpenensiercs
BBICOKOW PacrpOoCTPaHEeHHOCTHIO MAaTOJIOTHH, OCOOCHHOCTSMH Pa3BUTHS MTOYEYHBIX
¥ BHEIOYEYHBIX MPOSBICHUN B JETCKOM BO3pacTe, a TaKKe MPOrpecCUPYIOIINM
TeueHHeM ¢ BBICOKUM puckoM ¢opmupoBanust XbI1, Tpedyromeit 3IIT (Mruatosa
M.C. ¢ coasr., 2017; Bsankosa A.A. ¢ coaBt., 2017; YUyrynosa O.JI. ¢ coasrt., 2018;
Cnobonsn E.M. ¢ coasr., 2024; Emma F. et al.,, 2022). B nocinegnue roasl B
OTEYECTBEHHBIX M 3apyOeXHBIX LEHTpax AakKTUBHO BEAYTCS MOJIEKYISAPHO-
reHEeTHYECKUE HUCCIeNoBaHus Npu KUCTO3HBIX Oone3nsx mouek (KBII) y nereit
(BenbkeBuy A.I'., Cykano A.B., Kozsipo M.A., 2021; 3aiikoBa H.M. ¢ coasr.,
2023; Li X., 2015; Bergmann C., 2018; Konig J.Ch. et al., 2018; Emma F. et al.,
2032),

BcemupHebie MOJIEKYJISIPHO—T€HETUYECKUE UCCJIeI0BAHMUS
UIEeHTU(OUIMPOBAIA MYTAaLlMU T'eHOB, OTBeTCTBeHHbIX 3a passuthe AJIIIBII u
APIIBII, T'KBII, HedpponodTH3a, HeyHKIMOHUpYIoLeld oaHocToponHed MK/
y neTeld. Pe3ynpTaThl HCClEOBaHMH CBUIETENLCTBYIOT O MEPCIEKTHBHOCTH

MOJIEKYJIIPHO-TEHETHYECKHUX METO/I0B OLIEHKH MyTaLHH T'€HOB,
00yCIaBIUBAIOIIMX OCOOEHHOCTH KIMHUYECKOro (EHOTHNA pasiU4YHbIX (GopM
KBI1 y nereii.

BaxxHol ¥ HepelleHHO# Mpo0aeMoil SBIsSeTCs OLEHKa M0YEYHOro IMPOrHo3a
y nereit u B3pocinbix ¢ XbIT (Baiiko C.B., 2020; Banxosa A.A., 2021; Casenkoa
H.JI., 'puropeesa O.I1., 2021; Pymsuues A.ILL ¢ coast., 2022).

B coBpeMeHHON NeauaTpuM yTBepxkJaeHa KoHuenuus 411/4P — menuMuuHBl,
BKJIFOYAOIeW MPEeJIUKTUBHOCTb, IPEBEHTHBHOCTh, IE€PCOHAIM3UPOBAHHOCTD H
NapTHUCUITATUBHOCTD. _

[TpHOPUTETHBIM HAlpaBlIEeHUEM SIBJIAETCS NEPCOHATU3UPOBAHHBIN MMOIXOMA K
BegeHuro rmnanuedta ¢ HaciaeactBeHHoW KbBII, ocHoBaHHBIM Ha aHalIu3e
WH/IMBHIyaIbHBIX T'€HETHYECKHMX OCOOEHHOCTEHN C IMPOrHO3MPOBAHHEM COCTOSHHS
310poBbss B OynymeM. B simreparype OTCYTCTBYIOT r1y6JmKauym 0
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IIPOTHO3UPOBAHUU COCTOSIHUSI 310poBbsi nerei ¢ HaciaeactBeHHbIMH KBII mo
pe3ysibraraM (PEeHOTUITUYECKUX U FEHETUYECKHUX I10Ka3aTelIe U YPOBHIO [IOYE€YHOU
¢ynkuuu. Hccnenoanus mno mnpobineme HacneactseHHeIX KBII B nerckom
BO3pacTe ABJAIOTCS 0O0CHOBaAaHHBIMU U aKTyaJIbHBIMHU.

HayuyHnasi HOBH3Ha

AnpnpeeBoii D.®. Mo pe3yabTaTaM HUCCIEAOBAHHS IOIYyYEHbl HOBBIE @HHBIE
o cTpykrype HacnenctBeHHbIX KBIT y nerel, B kotopoii npeobnanator AJIIIBII n
APITBIT; pexe Bctpevatorcs HedyHkuonupyomas MK/, nHedponodTU3,
['KBIT, xucto3sl novyek npu TC u cuaapomansueie KbII.

[Tonmy4yeHb! HOBBIE JaHHBIE O PA3BUTHHU PEHAIBHOIO MAJIOBOAUS U CHHIPOMA
[TorTep, 0COOEHHOCTAX KIMHUYECKOTO MMOYEYHOr0 M BHEIOYEYHOro (eHoTHUna y
neteii ¢ panauM HadasioM AJITIBII (¢ BbIsIBIeHHEM MOYEUHBIX KUCT B BO3pacTe OT
0 no 18 mecseB) U paHHUM Ha4dajaoM (C BBISIBIEHHEM I[IOYE€YHBIX KUCT B BO3pacCTe
or 18 mecsueB o0 17 ner 11 Mecses). YcraHOBIEHO NpeobiagaHue MaTOTeHHBIX
BapUaHTOB I'€TE€PO3UTOTHBIX MyTaluui B reHe PKD/ y pneredl ¢ paHHMM Ha4yajoM
AITBIL

AunpnpeeBort O.D. mnosydyeHsl HOBbIE JaHHBIE, JIEMOHCTPHUPYIOIIHE
BapuabeIbHOCTh MOYEYHOTO U IEUEHOYHOro (PEHOTHIA, O 4YacTOT€ PEHaJILHOIO
mayoBogusi u pasButus cuHapoma Ilorrep ¢ OIIl u JAH y neredt mnpwu
KJIlaccu4Yecko u netckoit ¢ pubpo3om neuenu APIIBIIL

BriepBble oxapakTepu30BaHbl YacTOTa M Pa3BUTUE PEHAIBHOIO MajOBOIMS,
Hedpomerayum, moueyHbIX KUCT, Al, BpoxxaeHHOro (pubpo3a neveHu, paciiupeHus
BIDKII, kuct mewyenu, CIII' ¢ BapuKO3HBIM pacIIMpPeHHEM BEH IHILEBOAA H
KeJyIKa C KpPOBOTEUYEHHEM, BapHUaHThl NATOreHHbIX MyTauuil rema PKHDI,
Jle4eHre U BeJieHHe JIeTCKoi ¢opmbl ¢ ¢ubpo3oM nedeHH, npeobiafarouier B
ctpykrype APIIBIT y neguarpuyeckux mamyeHTOB.

[Tokazana BapuabGeNbHOCTh TOYeYHOro (eHoTHna (CyOKOpTHKaIbHBIN
[IOMEPYJIOKHCTO3  Tovek, oxHoctopoHHsss MKJ/II u  mioMepylnokucTos
(GyHKIHOHHUPYIOLIEH KOHTpajaTepalbHON) MpH HACHTH(QUIMPOBAHHBIX MYTalLlUAX
rena HNF1b u neneumu xpomocombsl 17ql12 ¢ 3axBatom reHa HNFIb y nereit ¢
optannoit ['KBIIL

Bnepsble BbisiBIeHBI y neTell ocobeHHocTtu cunapoManbHoi ['KBIT mpu
nurenHor myrtaiuu reHoB CLCNS u HNF'1b ¢ GeHOTHIIOM peHaJbHOIO CHHApOMA
Fanconi mpu Gosne3nu Dentl, mpu TpUCOMUH XPOMOCOMBI 9 C reTepOreHHBIM
BHEIOYEYHBIM (DEHOTUIIOM.

[TonydyeHbl HOBble AaHHBIE O (GEHOTHNAX WH(QAHTHIBHOH, IOBEHHIIBHOM,
no3aHell GOpM K30JIMPOBAHHOIO W CHHIPOMAIBHOrO Op(aHHOro HeppoHO(THU3A
npu del2q ¢ 3axatrom rena NPHP1 u mytarusamu resoB CEP290, TMEMG67, INVS
y Oaereu.



Briepsbie omucaHbl OCOOCHHOCTH HMHGAHTHIBHOrO HeppoHOhTH3A C
nporpeccupoBandeM B TepmuHanbHylo XBIT y neredt ¢ cunapomamu Meckel-
Gruber4 (CEP290) u Senior-Loken6 (del12q21 c 3axBarom rena CEP290).

BriepBeie mpuBefieHbl 0COOEHHOCTH IUArHOCTHKH, TEYEHHUs, BO3PACTHOM
uHBOMIOLMKM (yMeHblleHHe B o0beme) HedyHkuuonupyromed MKIII u
KOMIIEHCATOPHOW TUMEpTPOGUH, MaTONOTUU, QYHKIUU KOHTpalaTepalbHON MOYKH
y AeTei.

[TonyyeHsl HOBBIE J[aHHbIE O BapuaOENbHOCTH TI04e4HOro (GeHoTHuna
(cyOKkopTHKadbHble W IU(Qy3HbIE MAPEHXMMATO3HBIE KHUCTHl YBEIHUYEHHBIX B
o6beMe M0YeK, aHMMOMMOIIUIIOMBI, KaplUHOMA, apTepualbHas TUIEPTeH3Us) U
TUIMYHOCTH BHEINOYEYHBIX TPOSBIEHUH opdaHHOro TyOepo3HOro CcKieposa
BenencTBue myTanuid reHoB 7SC2 u 7SC1 y nerei.

[Toka3aHbl 0COOEHHOCTH MTOYEYHOTO U BHETIOUEYHOTO (heHOTUNa y AeTel NpH
ophaHHBIX HacnencTBeHHbIX cuHApoMax Papillo-Renal, CHARGE, Meckel-
Gruber4 BcieiCTBHE MyTAalldM TE€HOB M IIPH XPOMOCOMHOM IaToONIOrMU Senior—
Loken6 mpu neneuwn 12921, cunapome neneuun 17ql12, menemwm 12p, mpu
TpucoMuu XpomocoMmsl 9; mpu Gone3nu Dentl; cunapome Beckwith—Wiedemann
BCJIEICTBUE HapyleHus MeTunupoBanus KvLQOT (LITI).

BrnepBele y nereii B Bo3pacTe CTapimie 2 JIeT IPH HacJeACTBEHHBIX
KHACTO3HBIX OOJIE3HAX MOYEK, H30JIMPOBAHHBIX U aCCOLMUPOBAHHBIX C OpP()aHHBIMU
. CHHJPOMaMH, MOJy4eHbl NaHHbIE O IPOrPEeCCHPOBAHMH XPOHHYECKOW Oose3Hu
noyek ot C1 (¢ coxpannoit CK®) no C2-5.

BriepBble yCTaHOBJIEHa BEPOSTHOCTH MOYEYHON BBDKMBAEMOCTH |-JeTHEH,
5—netneit, 10-netneit, 15-nerneit, 17-nerneit mo meroxy Kaplan — Meier (1958) y
nereit ¢ AJIIBIT, APIIBII, I'KBIl, HedpoHOdTHU30M, KHUCTO30M IIOYEK IIpPHU
Ty6epO3HOM CKJIepo3e, HacIeACTBEHHBIX CHHIPOMAX; BEPOATHOCTh BBKHBAEMOCTH
l-nerneit, S5-nerHeit, 10-nerHel, 15-nmeTHelt, 17-JeTHell KOHTpalarepaJbHON
MIOYKH MTPH HEPYHKIIMOHUPYIOLIEH MyJIbTUKHCTO3HOM JAHMCIUIA3HH.

AnnpeeBoit D.®D. HayuHO 0OOCHOBAHBI NEPCOHATU3UPOBAHHOE BEICHHE U
NPEJIUKTUBHOCT — IIPOTHO3UPOBAHUE COCTOSHHUS 3710POBbs B OydylleM y HeTeit ¢
KACTO3HBIMH OOJIE3HSMH ITOYE€K C yYeTOM HWHIMBHUIYAJIbHBIX T'€HETHYECKUX H
(EHOTHITHYECKIX 0COOCHHOCTEH, BEPOATHOCTH MMOYEYHON BEDKUBAEMOCTH.

[To MaTepuaiaM BBITIOJIHEHHBIX UCCIIeOBaHHMM OmMy0/KMKoBaHa 71 me4arHas
pabora, B TOM uucie 15 craTedl B JKypHajuax, BKIIOYEHHBIX B IepeyeHb
pelieH3UpyeMbIX HAy4HbIX M3JaHWi, pekoMeHIoBaHHBIX BAK mis myGnukaimu
pe3yJIbTaTOB JIHCCepPTalliH, M3 KOTOPhIX 13 B M3JaHUSX, WHICKCHPYEMBIX B
MexxayHapoaHoi 6ase Scopus; 2 B BAK «Kl» u 13 B BAK «K2»; 5 rmaB B
PYKOBOJICTBAX; 3 y4eOHbIX mocoOus ans obydaroummxcs; 4 CBHIETENbCTBA O
rocylapcTBeHHO#M peructpanuu B Peectpe 6a3 1aHHBIX.



AHanu3 Marepuasiia 1Mo aBTopedepary IOKaszal, 4YTO JUCCepTalUOHHAs
pabota AnapeeBoil DnbBupbl PaaToBHEI Ha TeMy «HacieacTBeHHBIE KHCTO3HBIE
©oJie3HU MOYeK B IETCKOM BO3pacTe: KIMHUYECKUN (PEHOTUIT ¥ TE€HOTHII, [I0YeYHas
GyHKUMST U BBDKMBAaEMOCTb, I€PCOHAIU3MPOBAHHOCTE W IIPEIUKTHBHOCTL B
BEJCHUH IMallUEHTOBY, MIPEJICTABICHHAs K 3alllUTe Ha COMCKAHWE YYEHOMN CTEIECHH
JOKTOpa MEIUIIMHCKUX HayK 1o cnenuansHocty 3.1.21. Ileauarpus npeacrasiser
co0oi caMOCTOSITeIbHOE 3aKOHYEHHOE HAayYHOE HCCIIeIOBaHHE, BBIIIOJHEHHOE I10
aKTyaJIbHOM MpobJieMe COBPEMEHHOM MeInaTpUH, COOTBETCTBYIOIEE TPEOOBAHUAM
n.9 «[lonoxxeHUss O TPUCYKACHUM YYEHBIX CTENEHeW», YTBEPXKIAEHHOIO
[TocranosnenueM I[IpaButensctBa P®D No@42 ot 24.09.2013 r. (B axTyanpHOM
pelakuuu), MpeabsBIsIeMbIM K JIOKTOPCKMM JHCCEpTalMsM, a €€ aBTop —
AnpnpeeBa DOnpBupa PaaToBHAa — 3aCily’KMBaeT NPUCYKICHHS YYEHOW CTENEHH
JIOKTOpa MEIUIIMHCKUX HayK o criennanbHocTH 3.1.21. Tlennarpus.

[Tpodeccop kadeapbl MOIUKINHUYECKON NIeAMaTPUH
denepaabHOro rocy1apcTBEHHOr0 00 HKETHOTO
00pa30BaTeIbHOrO YUPEXKICHHUS BBICIIETr0 00pa30BaHuUs
«OpeHOyprekuit rocy 1apCTBEHHBIA MEIMLIMHCKUN YHUBEPCUTET»
MunucrepcTBa 3apaBooxpanenus Poccuiickoi @enepanum,

JIOKTOp MEIMLUHCKUAX HAyK o
(3.1.21 - [leguatpus), : =
npodeccop, 3/1H PO, 3B PO X BsuikoBa AnsOuHa AJieKcaHApOBHA

denepanbHOE rocyIapcTBEHHOE OI0/DKETHOE 00pa30BaTENbHOE YUPEIKICHHUE BBICIIErO
obpazoBanus «OpeHOYprekuit rocy 1apcTBEHHBIA MEIUIIMHCKUN YHUBEPCUTET
MunucrepcTBa 3paBooxpaHenus Poccuiickoit ®enepanvu,

460000, Poccuiickas @enepanusi, OpenOyprekas o6nacts, r. OpeHOypr,

yi1. Coserckas/yn. M.I'opekoro/niep. JIMutpueBckuid, 6/45/7.
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