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OT3bIB
JIOKTOpa MEIMIMHCKUX HAyK, Ipodeccopa, 3aBe/lyroleit kadeapoi neauaTpuy u
seonarosoruu ®IBOY BO «HoBocuGUpCKHil roCy1apCTBEHHbIH MeIULIMHCKUN
yHuBepcuteT» Munsapasa Poccun Benoycosoii Tamapsl BiiaiuMUpOBHBI
Ha agropedepar juccepraiuy Ha TeMy «HacenCcTBEHHbIC KHCTO3HBIE 00JIe3HHU II0YEK B
JIETCKOM BO3pacTe: KINHIYECKUH (EHOTHIT M FeHOTHIT, TI04eHas byHKIUA U
BBDKHBAEMOCTb, IIEPCOHATM3MPOBAHHOCTD U PEANKTUBHOCTE B BEJICHUM MTALUCHTOBY
AnpipeeBoit DnpBupbl PaaToOBHEL, MpeJICTAaBIeHHON K 3all[Te Ha COMCKAHNC y4eHOH

CTereH! JIOKTOpa MEIMLUHCKUX HayK 110 CIeHHaIbHOCTH 3.1.21 — Ilenuarpus

JliccepraiuonHas pabora AHAPeeBOii DJ1bBUPbL (aaroBHBI [10CBALICHA
W3yYeHHIO KIIMHUYECKOTO (PEeHOTHIIA M FEHOTHUIIA HACICACTBEHHBIX KICTOSHBIX
GonesHeil ToueK, MoUeyHoM (PyHKIMK U BEDKMBAEMOCTH IETeH C JITAHHOM MaTOJIOTHEH.
Tema aMCCEePTAIIMOHHOTO UCCIIEI0BaHMS OTHOCUTCS K KaTeropuu 0c000 aKkTyaJIbHBIX B
MeMaTpHH, TIOCKOJIBKY JI0 HACTOSILIEr0 BPEMEHHU MPAaKTHIeCKH OTCYTCTBOBAIH YeTKUE
PEKOMEHIALIUHU 110 MEXKIMCLMILTMHAPHOMY COLPOBOKICHHIO MALMCHTOB JIETCKOTO
BO3PACTA C KMCTO3HBIMU OOJIE3HSAMU MOYEK.

B mpo1iecce BHINONHEHUs pabOTHI Annpeesoii D.0. olleHeHa CTPYKTYpa
HACJIe/ICTBEHHBIX KMCTO3HBIX OONe3Hel ToYeK y IeTeH, BKIIOYEHHbIX B HCCIIEIOBAHNC,
U3ydeH KIMHUUECKHA (eHOTUIT ¥ TEHOTHIT TIPH op(aHHBIX KUCTO3HBIX DONE3HX TOYEK,
HACIeICTBEHHBIX CHHAPOMAX H MY MOJTMKUCTO3HOI OOJIe3HH MOYEK.

ABTOPOM JIMCCEPTALMOHHON PabOThI MIPEICTABICHDI JAHHDIC O PAsBUTHH
peHaJILHOTO MajoBoaus U cuxapoma [lorrep, 0COOEHHOCTSIX KJIMHUYECKOTO IT04YE€YHOI0
1 BHEIoYeyHoro JeHOTHMa y JAeTel ¢ 04eHb PaHHUM Ha4ajloM (B Bo3pacte 10 18
MecsI1eB) TOMMKICTO3HOI GONe3HU MOYeK ¢ ayTOCOMHO-AOMUHAHTHBIM THITOM
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CrnenyeT OTMETHUTb, YTO B OT€UECTBEHHOM Hay4yHOU JIMTEpaType paHee He
BCTpeUaoch ONUCAHUs BapHabeIbHOCTH OYEUYHOTO U IIEUEHOYHOTO KIIMHUYECKOTO
¢enoruna, CBeICHUI 0 YacTOTe PeHATILHOIO MaJOBOANS U pa3BUTUs cuHApomMa [TorTep
C OCTPBIM MOBPEKAECHUEM ITOUEK U JIBIXaTeIbHOW HEJOCTaTOYHOCTBIO y JIeTel ¢
KJIaCCUYECKOM U JeTCKOM MOTUKUCTO3HOMN O0JIe3HH MOUeK C ayTOCOMHO-PEIeCCUBHBIM
tunoMm HacnenoBauus (APIIBIT) ¢ dubpo3om neyenu. BriepBrie onrcaHbl BApHAHTBI
MaTOreHHBIX HYKJIEOTUHBIX nocienoBarenbHocTeit B rene PKHD1 y manuentoB ¢
netckoit popmoii ¢ hubpo3om nevueHu, npeodagarolieil B CTpyKType ophaHHON
APIIBIT. BriepBble npoieMOHCTpUPOBaHbl BAprabeIbHOCTh BHEIIOUEYHOT0 (DeHOTHUIIA Y
JeTel ¢ pa3IMYHbIMU BapUAaHTAMH HACIIECTBEHHBIX KUCTO3HBIX OOJIe3HEe rovexk,
Noka3aHa HeoOXOIUMOCTh MEKIUCUUITIMHAPHOTO MOAIX0Aa B MEAUIIUHCKOM
COIMPOBOXKJAEHUU NALKUEHTOB B AETCKOM Bo3pacte. B 3Toli ¢Bs3H, HaydHOE
vccie0Banue, BoinoiHeHHoe Anapeenoit D.M., mo3BoiauT 3(h(HEKTUBHO PEeIINUTh
aKTyaJIbHYIO NpoOsieMy HaOJIOJICHUS U JISYEHUs! JaHHOM KaTeropyuu MaldeHToB.

ABTOpPOM JUCCePTAlIMOHHON pabOThl TaK)ke BIIEPBbIe CUCTEMATU3UPOBAHBI
CBEJICHUSI U MPEUIOKEH K MPUMEHEHHUIO B IIeIUaTPUIECKON TPAKTUKE TPOTOKOJI
COMPOBOYXK/ICHUSI MAUEHTOB NMPH He(DYHKIIMOHUPYIOLIEeH MyIbTUKUCTO3HOM TUCTIIa3UH
MIOYKH C YYE€TOM KIMHUKO-MOP(oIorndeckux (hopm, MHBOIIOLMHA MYJIETUKUCTO3HON
TIOYKH, TATOr€HHBIX BAPUAHTOB HYKJICOTHUIHOM [10CJI€0BaTE/IbHOCTH, KOMIIEHCATOPHOH
THNEepTPOUH, MATOIOTUN U (PYHKIIMUA KOHTpaJlaTepaJbHON MTOYKH.

Taxkum o6pa3om, Hay4yHasi HOBU3HA BBIITOJIHEHHOIO JUCCEPTALMOHHOTO
MCCIIeIOBAaHUS OYeBUIHA U HeCOMHEHHa. B nucceprannonHoii padore Annpeesoit O.D.
MPOCIISKUBACTCS HE TOJBKO HOBATOPCKHI 110/IX0O/1 K HAayKe, CO CTPEMIICHUEM K
YCOBEPLICHCTBOBAHMIO ITOAX0/A K BEIEHHUIO ACTei ¢ HACIeACTBEHHBIMU KMCTO3HBIMU
OO0JIE3HAMU MTOYEK, HO U MIPUCYTCTBYET OOraThlii KIMHUYECKUH OIBIT JUCCEPTaHTa,
JIeKAIIMi B OCHOBE IPEJICTABICHHOI0 K 3allMTe HAyYHOro TpyZa.

O6bem paboTHI, IPOBEICHHOM TuccepTanToM Ha npoTsbkeHuu ¢ 2009 no 2024 rr.,
110 U3yYEHUIO aKTyaJIbHOM MPOoOIeMbl B eANaTPUN U IETCKON He(poIoruu
KOJIOCCAJIbHBIN: B UcciienoBanue BkIodeHs! 300 nanueHToB (1ertell U NOAPOCTKOB U3
245 HepOICTBEHHBIX ceMell) ¢ HaclleICTBEHHBIMU KMCTO3HBIMU OO0JIE3HSIMHU I0YEK.
[TocTraBneHHBIE aBTOPOM pabOThl LENb U 3a/1a4H, YCIELUIHO PEIIEeHBI.

HayuHnas ¥ mpakTuyeckasi 3Ha4uUMOCTb MTOATBEPIKAAIOTCS TAKXKe JOCTaTOYHOM
BBIOOPKOI, MPUMEHEHHEM COBPEMEHHBIX METOJIOB UCCIIeI0BaHUS (KIMHUYECKHUH,
BU3YaJTM3UPYIOLIUH, MOJIEKYJISIPHO-T€HEeTHYECK I, 1IN TOICeHETUYECKUH,
(yHKIIMOHAJIBHBIN) ¥ UCIOIb30BAHUEM COBPEMEHHBIX METOIOB CTATUCTHYECKOM
00pabOoTKH MOJTyYeHHBIX TaHHBIX.

Hay4Hoe uccieoBanue, MpoBeieHHoe Ha 6a3ze HeppOoIOrnYeCcKOro OTAeIeH s
kauauk GIBOY BO «CIT6I TIMY» M3 PO Annpeesoit O.0., npecTaBIeHHOE K
3alUTe B BUJIE JUCCEPTALIMOHHON paboThl HA COUCKAHME YYEHOHN CTEIIEHH JTOKTOpa
MEIUIIMHCKUX HayK, IPH HAyYHOM KOHCYJIBTUPOBAHUU JIOKTOpa MEIULMHCKUX HayK,
npogeccopa, 3acayxennoro Bpada PO Casenkosoit H. /1., ssBiisieTcst 3aBepIICHHBIM
(GyHIaMeHTaIBHBIM Hay4YHBIM TPYOM, ChOPMHPOBAHHBIM HAy4YHBIM HAIIPABJIECHHEM B
renaTpuu, HayYHO 00OOCHOBABIIIEM PEKOMEHIAIMH I10 NT€PCOHAIN3HUPOBAHHOMY
MOJIXO/LY MEIMLIMHCKOTO CONPOBOXKIEHHS MAIMEHTOB C Y4eTOM PEANKTHBHOCTH —
POTHO3UPOBAHMSI COCTOSIHUS 3J0POBBS B OyIylleM JIeTel ¢ HacC/leICTBEHHBIMU
KHUCTO3HBIMU OO0JIE3HSMHU ITOYEK. ‘

Pe3ybTaThl HCCIeIOBAHUS J0JI0KEeHbI U 00CyXk1eHbl Ha Poccuiickux u
MEXIyHapOIHBIX KoHrpeccax U KoHpepenuusax ¢ 2009 roxa no 2024rr. ¥ MUAPOKO



MpeJICTaBNeHbl B BUJE HAYYHBIX [TyOIMKALMii, BHEAPEHBI B y4eOHBbIH 1 JIe4eOHbIi
nporiecc. I IpHHIMMEATBHBIX ¥ HHBIX 3aMeYaHMi, BOIPOCOB 10 paboTe U COACPIKaHHIO
aBTopedepara HeT.

ABropedepaT faet 1eJ0CTHOE NPEJICTaBIeHNE O MPOBEACHHBIX aBTOPOM
FCCIIeIOBAHMS ¥ MTOJYYEHHBIX pe3yabrarax, o(popmMiIeH B COOTBETCTBUH C
TpeOOBAHUSIMHU.

3akJnouenue: auccepranronHas pabora AuapeeBoil OnbBupbl PaaroBHBI,
BBINIOJIHEHHAs Ha TeMy «HacieacTBeHHbIe KUCTO3HbIE 00JIE3HH MT0YEK B IETCKOM
BO3pACTe: KIMHMYECKUH (DEHOTHIT U TeHOTHII, TTIoYevHas (GyHKIHs ¥ BBDKHBAEMOCT,
ePCOHATN3UPOBAHHOCTD ¥ NPEJIUKTUBHOCTD B BEICHUH MALIUCHTOB) U
TpeJicTaBIeHHAs Ha COUCKAHKWE YYEHON CTENEeHU JOKTOpa MeJUIMHCKUX HayK 10
cienmanibnocty 3.1.21 Teauarpust, ssBIsSETCS 3aKOHYEHHOM HAayYHO-
KBATHPUKALMOHHON paboTOM, B KOTOPO#i COJICPKUTCS PEelLICHHE aKTyaIbHOM HayYHOH
1npo0JieMbl — yTOYHEHUE U paciiu(poBKa MEXaHU3MOB IIOUEUHOTIO TOBPEXKICHUS Y
feTeil ¢ HacIeACTBEHHBIMH KUCTO3HBIMU OO0JIE3HSIMHU ITOYEK, YTO COTPSIKEHO C
MOBBIIIIEHUEM KauecTBa OKA3aHUsI MEIUIIMHCKON TIOMOLIM JaHHOW KaTeropun
nanueHToB B Poccuiickoit Mepepainu v, B IEJIOM, B MUPOBOM ITPAKTHKE.

Jluccepranus Auapeesoit D.D. IOIHOCTHIO COOTBETCTBYET TpebGoBaHusM 1. 9-14
«ITonmoXeHus 0 IPUCYKIECHUH YUCHBIX CTeNeHel», yreepkaeHHoro [locranoBieHueM
IpaBurensctsa Poccuiickoit @eneparnu or 24.09.2013 . Ne 842 (B feiicTByonIen
peNaKIMK), MPEIbIBISEMbIM K JUCCEPTALMAM Ha COMCKaHNE YYCHOU CTeNeHH IOKTOpa
MeIMIHCKUX Hayk 110 criempansaocty 3.1.21. Tlennarpus, a ee aBrop AHIpeesa
OnpBupa PaaToBHa, 3aCIYKUBAET IPUCYIKIACHUS yICHOH CTETIeHN IOKTOpa
meauHckux Hayk 3.1.21. Ilenuarpus.

3aeyromuii Kadeapoii neJuaTpuu U HEOHATOJIOTHH

derepanbHOro roCyIapCTBEHHOTO OI0KETHOIO 00pa3oBaTeIbHOI0. yIpeKACHI
BpIcIIero o6pasosanus «HoBocHOUPCKHIT rocy1apCTBEHHBIH MeTHHNHCKNH
yHHBepcuTeT» MUHHUCTEPCTBA 3ipaBooxpanenus Pocculickoil Dejepannn
JIOKTOp MEIMIIMHCKNX HaykK, Ipodeccop benoycona T.B.

[Toanuck JOKTOpa MEAUIIMHCKIX HayK, Tpodeccopa
benoycoBoit Tamapsr Biiaau bl 3aBEPSIIO:

MY Munsapasa Poccun
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dezepalbHOE TOCYIapCTBEHHOE OI0/KeTHOE 00pa30BaTelbHOe yIPEeKACHUE BBICILICTO
o6pazoBanms «HOBOCHOMPCKUH rOCY1apCTBCHHBIH MEIULIMHCKUI YHUBEPCUTET
MuHucTepeTBa 31paBooxpaHeHus Poceuiickoit denepanuu
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