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JIOKTOpa MEIUIMHCKMX HayK, mpodeccopa Kadeapbl TIOCIUTAIBHOW IeIUaTpUH
DeiepanbHOTO  TOCYIAPCTBEHHOTO  OHOKETHOrO 00pa30BaTEBHOIO  YUPEXKACHHUS
BhIcIIero obpazoBanus «KazaHCkuil rocy1apCTBEHHbBIA MEIULIMHCKUN YHUBEPCUTET
MunucrepcTBa  3apaBooxpaHeHuss  Poccuiickoii — Pexepauud, — OTIIMYHUKA
3npaBooxpanenus P®, 3aciyxennoro Bpaya PT MakapoBoii Tamaps! IletpoBHbI Ha
aBTopedepar aucceprauuu AHapeeBoil DnbBUpbl PaaTOBHBI HA COMCKAHME YYEHOM
CTENEeHU JOKTOpa MEIMIMHCKHUX HayK 1o crneuuanbHoctd 3.1.21 — Ilepuatpus Ha
temy «HacnencrBeHHble KHUCTO3HBIE OOJE3HM IIOY€K B JIETCKOM BO3pacTe:
KIMHAYECKHA (EHOTHUII ¥ TEeHOTHI, TIo4yedyHas (YHKUUS U BBDKUBAEMOCTD,
NePCOHAIM3UPOBAHHOCTD U MPEJUKTUBHOCTD B BEJICHUMU NAILIUEHTOB), BBIIIOJIHEHHOM
IPYA HAyYHOM KOHCYJIbTUPOBAHHUM 3acCily’>KeHHOro Bpada P®, 10KTOpa MEIUIIMHCKUX
Hayk, mpodeccopa CaBenkoBoit Hanex bl JIMUTpreBHBI

AXTyaJIbHOCTb T€MBI IUCCEPTalUU, BBIIIOJHEHHOMN U IPEACTaBIEHHON K 3alllUTe
AnnpeeBoii DnbBupoil @aaToBHOW, He BbI3bIBaeT COMHeHWH. Hayyneii wu
NPaKTUYECKHA HHTEpeC K TeMe HacleJICTBEHHBIX KUCTO3HBIX OOJIe3HEeH IoueK y
JieTeit 00yCIIOBJIEHBI PACIIPOCTPAHEHHOCTBIO, 0COOCHHOCTSMHU Pa3BHTHUS II0YEYHBIX U
BHETIOYEYHBIX TIPOSIBJICHHH, TEYEHUsT C BBICOKMM PHUCKOM IIPOIPECCHUPOBAaHUs B
tepMuHasbHyto craguio  XBII, TpeOyromyro 3IIT MeromoM guanusza #
TpaHCILIAaHTALIMH.

AnnpeeBa D.0. BIepBble B OTEUECTBEHHOW JIMTEpaType IpEJICTaBUjIa CIIEKTP
IATOr€HHBIX TEeHHBIX W XPOMOCOMHBIX MYTalMi, OTBETCTBEHHBIX 3a pa3BUTHE
KACTO3HBIX OOJIe3HEW TIOYeK, CrpyNIupoBaB HX 110 HO30JOTUSIM M THILY
HaCJIEZIOBaHMUS — C @y TOCOMHO-/TOMUHAHTHBIM THUIIOM HacJIeOBAHMS: IOJUKUCTO3HAS
oone3np movek (AJIIBIT), rimoMepynokucTo3Hass 60J€3Hb NOYEK U KUCTO3BI IOYEK
npu TyOEepo3HOM CKJIepo3e; C ayTOCOMHO-PELIECCUBHBIM THUIIOM HAaCJIeIOBaHUS:
HedpoHODTH3 ¥ MoNUKKUCcTO3HAsI 60e3Hb nouek (APIIBII).

B Kka10# HO30JIOTHYECKON IpyIlie KUCTO30B IOYEK YCTAaHOBJIEHBI Hauboiee
YyacThle KIWHUYECKHUE TIPOSIBICHUS, IPEACTaBIEHbl pPE3yIbTaThl MOJEKYJIIPHO-
IeHETUYECKOro / IUTO-TEHETHYECKOro aHaju3a, ONMUCaHbl MyTauuu reHoB (PKDI,
PKD2, PKHDI, HNF1b, CEP290, INVS, NPHP1, TMEM67, TSCI, TSC2, PAX2,
CHD7) u xpomocoM (tpucomust 9, npeneuus 2q, 17ql2, 12q21), HapyumeHus
metunupoBauus KvLQT / LITI, mpoBeneHa OIHKa IIOY€YHOH QYHKUMM U
BeDKHBaeMocCTH 1o Metony E.Kaplan — P.Meier (1958).

BriepBple ycTaHOBI€Ha BEPOSTHOCTH IOYEYHOH BBDKMBAEMOCTH l—JIeTHEH, S5—
netHelt, 10-netnei, 15-netnei u 17-nerneit y 200 nerert ¢ AJIIBIL, y 33 nmereit ¢
APIIBIT, y 12 pereit ¢ rioMepyllOKACTO3HOM OO0Je3HBIO IOYeK, y 13 nereir ¢

(DHSOY{‘”‘ (16 / FuH3aDaE 'POC(HE”;i

i VLZZY/Q ) '01 0. -otF

|

Mpunox (eHue He




HehpoHOPTU3OM, KOHTpajaTepadbHOM MOYkM Yy 37 neredl ¢ OJAHOCTOPOHHEH
Hedynkimonupyromeidr MKJIII, y 6 pmereil ¢ KHCTO3HOH OONE3HBIO TMOYEK IpPHU
TyOEepO3HOM CKJIepo3e.

BrniepBbie IlHCCGpTaH’fOM AHpnpeeBoif D.®. ycTaHOBIIEHA BEPOSITHOCTD I10YEYHOM
BEDKMBAEMOCTH 1—jeTHeW, S—netHer, 10—nmetHelt, 15-neTHeit u 17-netHer y 288
JieTel ¢ KUCTO3HOM 00sIe3HbI0 0e3 accolMallii C HaclIeJCTBEHHBIMU CHUHIPOMaMHU U
12 nmeredi ¢ KUCTO3HOW OOJIE3HBIO MOYEK MPHU aCCOLMALMUA C HaCJIEACTBEHHBIMU
CHUHJIpOMaMH. ABTOPOM JUCCEPTALIMU BIIEPBHIE IIPUBEIAEHO CpPaBHEHUE BEPOSTHOCTH
[IOYEYHON BBDKUBAEMOCTH 1—JieTHeH, S—neTtHed, 10—neTHei, 15—neTHel u 17-neTHen
y 200 pmereit ¢ AJIIBII u y 33 nereit ¢ APIIBII. Anxgpeera O3.D. B KaxIoi
HO30JIOTHYECKON TPYIIIe HACJIeCTBEHHOW KHUCTO3HOM OOJIE3HM MOYEK HCCIIEe0BaHa
MOYEUHYI (DYHKIUIO y JIeTeid M IpoBesia CTPAaTU(PHUKALMIO THKECTH XPOHHYECKOU
6one3nu novex (XBIT) ot C1 (¢ HopmanbHoit CK®) 1o C5 (TepMuHaIbHOM) cTaguu.

BeI3pIBaeT Hay4dHBIM BOCTOPr MacuITad NPOBEAEHHOrO JIUCCEPTALMOHHOIO
UCCJIeJIOBAHUSI, pe3yJbTaThl M BBIBOABI KOTOPOIO OCHOBaHbBl Ha Marepualle,
cobpanHoM AHzpeeBoit DnpBupoit MaaroBHON Ha npoTskeHuH 15-tu ner. Ocoboe
MECTO B M3JIOKEHHHM pe3yJIbTaTOB 3aHMMalOT penkue (opdaHHble) OONe3HH U
HACJIe/ICTBEHHBbIE CHHJIPOMBI, IMOJPOOHO y Ka)/O0ro MalMeHTa OIKMCAH IIOYEYHBIH U
BHEIOYEYHBIA (PEHOTHII, HACHTU(PUIUPOBAHHBIE 1ATON€HHBIE MyTaLlUH.

HeBO3MOXXHO  MeEpeoleHUTh  BKJIAJ  JUCCEPTAllMOHHOIO  HUCCIEeNOBaHUs
AnnpeeBoit D.®@. B chopMyMpoBaHHbIE €0 (71 KaXXJ10M HO30JOTUU C KHUCTO30M
[OYeK) TPHUHIMIBI IEPCOHATM3UPOBAHHOIO IIOAXOAA K BEINEHUIO JIeTed U
NPEJUKTUBHOCTA — TPOTHO3UPOBAHUS COCTOSIHMS 370pPOBbS B Oyaylem,
OCHOBAHHOTO Ha OIEHKE KIMHUYECKOro (DeHOTHIa M TeHOTHUIa, (YHKIHMH IOYeK,
WCCIIeIOBAaHWs BEPOSTHOCTH ITOYeYHOW BbDKHMBaeMocTH 1o Meroxy E.Kaplan —
P.Meier (1958), koropble OTpakeHbl B COBpeMeHHOH KoHuenuuu 4I1/4P -
METUIUHBI.

Pe3ynbTaTsl MpPOBEJCHHBIX MCCIENOBaHUN B aucceprauuu AnHzapeeBod O.0.
UMEIOT DIIYOOKYI0 IPaKTUYEeCKyl0 HamlpaBleHHOCTb. Ha ocHOBe omnucaHHBIX
ocobennocred penoruna y 300 mereit ¢ HacleACTBEHHBIMU KUCTO3HBIMHU OOJIE3HAMU
noyek KBII), Myranwii reHOB M XpOMOCOMHOW maroioruu y 87 jeredt ¢
HacieactBeHHbIME KBIT (M3 HUX, y 75 ¢ U30J1MpOBaHHBIM U y 12 ¢ CUHAPOMAJIEHBIM
HacnenactBeHHbIM KBIT) mpemioxkeH nepcoHaTIM3UpPOBAaHHBIA IOAXOJA K BEACHMIO
JeTell C MOJIMKUCTO3HOM OO0JIE3HBIO MOYEK C ayTOCOMHO-IOMHUHAHTHBIM THIIOM
HacJIe0BaHMsl, IJIOMEPYJIOKHCTO3HONW OO0JIE3HBIO MOYEK, MOJUKUCTO3HON O0O0JIE3HBIO
IOYeK C ayTOCOMHO-PELECCHBHBIM THUIIOM Haclle[IoBaHUs, HeDPOHODTH3OM,
KUCTO3HOM OOJIE3HBIO IIOYEK TMpPU TyOepo3HOM CKiIepo3e M IpH Op(aHHBIX
HacCJIe/ICTBEHHBIX CHUHJIpOMaX, OJIHOCTOPOHHEN He(pYHKIIMOHUPYIOLIEH



MYJBTUKACTO3HON aucIuiazueit mouku. [lepcoHann3upoBaHHbBIN MMOAX0 K BEIECHUIO
aBTOPOM  OCHOBaH Ha  HWHJUBUIYaJbHOM  BapuaOEIbHOCTH  I'EHETUYECKUX
0COOEHHOCTEH, HJIEHTH(PUKAIMK TATOreHHBIX BApPUAHTOB MYTAllMM TE€HOB WIIH
XPOMOCOMHOM NATOJIOTHH;  [IOYeYHOr0 ¥  BHEIOYEYHOro  (DEeHOTHIIOB;
nporpeccupoBanusi XBII or Cl (c wnHopmamsHOM CK®) no C2-5; Breibope
KOHCEPBATUBHON KOPPEKIMH HApYIIEHHBIX TOMEOCTAaTUYEeCKUX (DYHKIMM IOoYeKk U
cpokax Havyana 3IIT (auanusa, Tpancrinmantauuu) npu XbII C4, C5.

Pe3ynbTaThl JIUCCEPTALIMOHHOW paboThl BHEAPEHBI B JIeYEOHBIH Ipolecc
HeIUATPUYEeCKOr0  OTJENIeHUST U  KOHCYJIbTaTMBHO-AMArHOCTUYECKOrO0  LIEHTpa
xmmaukn ®I'BOY BO CIIGITIMY M3 Poccun u B nedeOHbIi npouecc ['AVY3
«Jlerckas peciyOJMKaHCKast KJIMHUYECKast OopHHIIA MuHucrepcTBa
3apaBooxpaHeHuss PecnyOnuku Tartapcran», B y4eOHBIH Ipoliecc JUIUIOMHOTO U
IIOCTIEIMIIJIOMHOT0 00pa3oBaHus, Ha MPodeCcCUOHATBHON NMEPEenoAroToBKe U Kypcax
noBbImeHUs KBanndukanuu kadeapsl ¢dakynbrerckoil neauatpun OI'BOY BO
CII6I'TIMY M3 Poccun.

Jluccepranmonnass pabota AnzapeeBoit OnbBUpbl DaaTOBHBI Ha COUCKAHUE
YYEHOH CTENeH! JOKTOpa MEIMIUMHCKUX HayK COBEpIIMJIAa Hay4yHBI IPOPHIB B
IOHUMAHWM TaTOreHe3a TIeTEepPOreHHOW (10 IOYEeYHBIM M BHENOYEYHBIM
KJIMHAYECKMM TIPOSBJIICHUSM BCJIEJACTBUE pA3IMYHBIX MyTallud B TI€HAaX U
XpoMOcoMax) TpyNIbl HACIEJCTBEHHBIX KHUCTO3HBIX OOJle3HEM Io4eKk U
[ePCOHAIM3UPOBAHHOCTA TAKTUKHM MEXIUCUUIUIMHAPHOTO TOAXO[a B BEIEHUH C
Y4ETOM HO30JIOTMH BpadaMy — KJIMHUIIMCTAMU Pa3IMYHBIX CIEIHaIbHOCTEMH.

Pe3ynpTaThl, IOJyYeHHbIE aBTOPOM U C(OPMYJIUPOBAHHBIE UM BBIBObI
TI03BOJIMJIM 00OCHOBATH IMEPCOHATM3UPOBAHHBIN MOIX0/ y A€TEH B JE€TCKOM BO3pacTe
u3y4eH (EHOTHUII TeTEpPOreHHOW TI'pYIbl HACJIEJCTBEHHBIX KHUCTO3HBIX OOJIe3HEH,
BBISIBJICHBI Pa3IMYUsl TOYEYHBIX M BHEINOYEYHBIX IPOSBICHUHA IIOJUKUCTO3HON
00JIE3HH IMOYEK C AyTOCOMHO-PELIECCHUBHBIM U ayTOCOMHO-JOMHUHAHTHBIM THUIIOM
HAClle/IOBaHUs,  TJIOMEPYJOKUCTO3HOW  OOJIE3HM  IOYEK, HedpoHOGTH3RA,
MYJIETHKHCTO3HOW JMCIUIa3UH MMOYKH, KUCTO3a MIOYEK IpU TYOepO3HBIM CKIIepo3e.

Jucceprammonnass pabora «HacnencTBeHHbIE KUCTO3HbBIE OOJIE3HM II0YEK B
JIETCKOM BO3pacTe: KIMHMYECKUH (EHOTUII M TeHOTHI, Io4yedHas QYHKUUS HU
BBDKHBAEMOCTh,  I€PCOHAIM3UPOBAHHOCT W IPEJIUKTUBHOCTH B  BEJICHUHU
NalMEeHTOB», BbIMONHEeHHas O.D. AnapeeBoit sBiseTcs (yHIaMEHTAIbHOH,
3aKOHYEHHOW Hay4HOH paboToi, KOTOpas peulaeT akTyalbHYIO U IeJUaTpUu
po0JIeMy BeJIEHUS MMAlMEHTOB U IIPOTHO3UPOBAHMS COCTOSIHUSA 370POBbs B Oy 1yIieM
y JIeTeH ¢ KUCTO3HBIMU 0OJIE3HSIMU ITOYEK.

OCHOBHBIE TI0JIOKEHHUS U PE3yJIbTaThl PA0OTHI JOJ0KEHBI U HIMPOKO 0OCYKIECHBI
¢ 2009 roma Ha PoccHiiCKMX M MEXIyHApOIHBIX KOHIpeccaX M KOH(EepeHUUsX, 10



TeMe AuccepTaluu onyobnukoBaHa 71 meuatHas paboTa, MOJIydYeHbl 4 CBUIETENHLCTBA
0 IroCy/IapCTBEHHOM peructpauuu B Peectpe 0a3 naHHbIX, OmyOIMKoBaHO 15 crareii B
KypHaiax, pekomennoBanHbix BAK. Aunpeesa O.0. sBisercs aBTopoM 3 y4eOHBIX
nocoOui, 5 raB B pyKOBOJICTBaxX.

3aki0ueHnue

nuccepranuoHHas pabora «HacnencTBeHHbIE KHCTO3HBIE 00JIE3HU MMOYEK B JIETCKOM
BO3pacTe: KJIMHUYECKUH (PEHOTHI U T'eHOTHII, ouedHast QYHKIMS U BBDKUBAEMOCTD,
NIEPCOHATTU3UPOBAHHOCTD U IPEIUKTUBHOCTh B BEJAEHUU MALUEHTOBY, BBIIIOJIHEHHAS
AnnipeeBoit OnpBupoil DaaTOBHOM NpH HAYYHOM KOHCYJIBTHPOBAHHMH JOKTOpa
MEIUMUUHCKMX HayK, npodeccopa CaBenkoBor Hanmexnasl JIMUTpHEBHBI,
IPEJCTABIICHHAass HAa COUCKAaHUWE YYEHOW CTENEeHM JIOKTOpa MEIUIIMHCKUX HayK
IIOJIHOCTBIO COOTBETCTBYeT TpeboBaHusM 1. 9-14 «IlonokeHUsT O MPUCYKIEHHUH
YUEHBIX cTeneHen», yrBepxkaeHHoro [locranoBnenunem I[lpaBurensctBa Poccuiickoi
QOenepaunn ot 24.09.2013 r. Ne 842 B pgeiicTBylomieid penakiuu (B pegakiuu
ITocranoBnenus IlpasurenscrBa Poccuiickoit ®@enepammu Ne426 ot 20.01.2021 r.),
npeabsBiIsieMbM MuHucTepcTBOM 0o0pa3zoBanusi U Hayku Poccuiickoit ®enepanuu K
JUCCEePTAllMOHHBIM paboTaM Ha COMCKaHUWE YYEHOH CTEeleHH, a ee aBTOp AHipeeBa
OnbBupa DaaroBHa 3acioyXMBaeT MPUCYXKJCHUS YUYEHOW CTENeHH JOKTOpa
MEIUIMHCKUX HayK 1o cnenuanbHoctd 3.1.21. [lequatpus.

JIOKTOp MEAMIIMHCKUX HayK,
npodeccop kadeapsl roCOUTAIBHON NeIUaTpun
®I'bOY BO Kazauckuit 'MY Munsnpasa Poccun

[Toxmucek noxTopa MeauuMHCKUX Hayk Makaposoi Tam
YueHsll cekperapb
®I'bOY BO Kazanckuit 'MY Munznpasa Poccun,

I.M.H., podeccop

DezepanbHOe TOCYIAapCTBEHHOE OIOJUKETHOE 0Opa3oBare 5 He ZeHI/Ie BBICIIIETO
o0Opa3oBaHUs "Kazanckui roCy/1apCTBEHHBIN MeIUIIMHCKUI yHuBepcuret"
Munucrepctsa 3apaBooxpanenuss Poccuiickoit ®@enepanuu (PI'BOY BO Kazauckwii
I'MY Munsapaa Poccun), 420012, IlpuBomkckuil denepanbHblii okpyr, PecmyOnuka
Tarapcran, rKa3zans, yn. BytiepoBa, 1.49; obunmansusiii cait: https://kazangmu.ru;
tesnedoH: 8 (843) 236-06-52; rector@kazangmu.ru
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