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OBLIASA XAPAKTEPUCTUKA PABOTHBI
AKTYaJIbHOCTh T€MbI HCCJIEJOBAHUS U CTeNeHb ee Pa3padoTaAaHHOCTH

AKTyaJqpHOCTh MPOOJIEMbl HACIEICTBEHHBIX KHUCTO3HBIX OOJE3HEW mouYeKk y JAeTei
00ycIIOBIIEHA PaCIPOCTPAHEHHOCTHIO, 0COOEHHOCTSAMHU Pa3BUTHS MOYEUHBIX U BHEIIOUEUHBIX
IPOSIBIICHUM, TEUEHUSI C BBICOKMM PHCKOM IPOTPECCUPOBAHUS B TEPMUHAJIBHYIO CTaJUIO
XBII, tpebyromyro 3IIT Meromom nmanu3a W TpaHCIIAHTAllMM B JETCKOM BO3pacTe
(UrnaroBa M.C. ¢ coasr., 2017; Uyrynoa O.JI. ¢ coast., 2018; Maxkaposa T.II. ¢ coasr.,
2018; BsmkoBa A.A. ¢ coasr., 2021; KymakoBa E.H., Hacraymesa T.JI. ¢ coast.,, 2021;
Cnobonsn E.M. c¢ coarr, 2024; Emma F. et al.,, 2022). AHanu3 OTEUECTBEHHOH W
3apyOeKHOM JIUTepaTyphl MOKa3aal aKTUBHOCTh MOJIEKYIISIPHO—TEHETUYECKUX UCCIIET0BAHMI
npu KbII y nereii (benbkeBuu A.I., Cykano A.B., Kossipo U.A., 2021; 3aiikoBa H.M. ¢
coaBt., 2023; Li X., 2015; Bergmann C., 2018; Konig J.Ch. et al., 2018; Emma F. et al.,
2022).

BcemupHubie MONEKyIsIpHO-TEHETUUECKUE UCCIIEAOBAHUS HACHTH(PUIUPOBATU MYTaIMU
reHoB, oTBeTcTBeHHBIX 3a pa3Butue AJIIIBII u APIIBII, T'KBII, nedponodTu3a,
Heyukrmonupyromeir ogHoctoponHeit MKJIIT y mereit (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 kaTtajnor
OMIM, nopran ORPHA). Pe3ynbraThl CBUAETENBCTBYIOT O MEPCIEKTUBHOCTH
MOJIEKYJIIPHO-TEHETUYECKUX  HMCCIEAOBaHUNW  MyTallMid  TeHOB,  OOYCJIAaBIMBAIOIINX
0COOEHHOCTH KJIMHUYeCcKoro genoruna pasnuuneix popm KBII y nereit.

BaxxHoi1 1 TOTHOCTHIO HEPEIIEHHOW SIBJISIETCS] IPOOieMa MOYEYHOTO IPOTHO3a Y JETeH U
B3pocibix ¢ XBII (baiiko C.B., 2020; BsnkoBa A.A., 2021; CasenkoBa H.JI., ['puropnena
O.II.,, 2021; Pymsuue A.LLl. ¢ coaBt., 2022). Ham He BCTpEeTHJIOCH OMYyOIMKOBAaHHBIX
pEe3YJIbTaTOB  CPABHUTEIBHBIX HCCICJOBAHUNA TOYEYHOM (PYHKIIMM U  BEPOSTHOCTHU
BebkuBaemMoctn y geredd ¢ AJIIIBII w  APIIBII, TI'KBII, HnHedporodTH3OM,
Hedyukrmonupyromeir MK/III, KBII nmpu TyGepo3HoM ckiepose.

B coBpemMeHnHoll neanatpuu yrBepkaeHa koHuenus 4I1/4P — menuuuHbl, BKIIOYaronei
MPEAUKTUBHOCTb, IPEBEHTUBHOCTh, MEPCOHAIU3UPOBAHHOCT, M  MAPTUCUIIATUBHOCTD
(ITpukaz M3 PD or 24.04.2018r. Nel86; Kobpunckuit b.A. ¢ coast., 2019; JInun B.B.,
Mopozos C.JI., 2021; Flores M. et al., 2013), npeanoxxkena 711 — mexpuarpusi pa3BUTHSI U
porpaMMHpoBaHus 370poBbs pedenka (HamazoBa—bapanosa JI.C. ¢ coaBr., 2021).

[IpuopuTeTHBIM HAMpaBICHUEM SIBJISIETCS MEPCOHAIM3UPOBAHHBINA MOAXOA K BEJICHUIO
rmanueHTta ¢ HacinencrBeHHoW KbBII, ocHoBaHHBIM Ha aHanu3e WMHAWBUAYAJIBHBIX
TeHETHYECKNX OCOOCHHOCTEH, W TPOTHO3UPOBAHUE COCTOSIHUS 3/I0pPOBbSI B OYIyIIEM.
[TyOnmukanuii 0 TPOTHO3UPOBAHWUU COCTOSIHHSI 37I0POBBSL B OyAymieM JeTedl ¢
HacnenctBeHHbiME KBIT 1o pesynpraram uccienoBanusi GEHOTUIMUYECKUX M TEHETHUECKUX
0ocoOeHHOCTe|, moyeuHoil pyHkuuu U BeKUBaeMocTH 1o merony E.L.Kaplan — P.Meier e
BcTpeTusioch. CumtaeM OOOCHOBAaHHBIM UM AaKTyaJIbHBIM HCCJIEJAOBaHHE IO MpoOIeMe
HacnencreeHHbIX KBII B nerckom Bo3pacre.

eab uccaenoBanus

N3yunth KIMHUYECKUN (PEHOTUIT U TEHOTHII, MOYEYHYIO (DYHKIHUIO U BBIKUBAEMOCTH Y
nerer ¢ HacneacrBeHHbIMU KbBII 11 mpornosupoBaHus nporpecCUpoBaHUs XPOHUYECKOU
00J1€3HN TIOYEK, 0OOCHOBAHUS MEPCOHATM3UPOBAHHOTO TOAXO0JA K BEICHUIO MAIUEHTOB U
IPOTHO3UPOBAHUS COCTOSHUS 3/IOPOBBS B OyIyILIEM.
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3agaun uccjie 0BaHUA

1. Ouenuts cTpykrypy HacnenacTBeHHbIX KBII y nereii, BKIIOUEHHBIX B UCCIIEOBAaHUE.

2. UccnenoBats knmuHUYecknit enotun u renotun npu AJITIBII u opdannoit APIIBIT y
JETEN.

3. U3yunth knuHuYeckuil ¢peHorun u reHotun npu opdpanueix KBII, accounnpoBaHHbIx
¢ mytarusimu reHa HNF'If y netei.

4. UccnenoBaTh KIMHUYECKUN (DEHOTUI U TEHOTUI NpU OpPaHHOM HACIIEICTBEHHOM
HeppoHopTU3E U HEYPOHOPTUZ—CBIZAHHBIX CUHIPOMAX C TOUYCUHBIMHU KUCTAMH y JIETEH.

5. U3yunTh KIMHUYECKUM (PEHOTHN M TeHOTUIT KUCTO30B modek npu opdanusix TC u
HACJIEICTBEHHBIX CUHJIPOMAX Y JETEH.

6. Ouenuts y  jgered  KIMHUKO—Mopdonoruueckuii  ¢geHotun  opdaHHOU
Hedynkunonupytonieit MKJII u coctosHue KOHTpanaTepaibHOM.

7. UccnenoBarh nmovueyHyro (GyHKIMIO U BEIKUBaeMOCTh 1o Metoay Kaplan—Meier (1958)
y neteit ¢ HacnenctBeHHbIMU KBIT.

8.Ilo pe3ynmpTaram wuccieqoBaHus OOOCHOBaTh IMEPCOHAIM3UPOBAHHBIN MOAXOJ K
BEJICHUIO NEeANaTpUYECKUX NanueHToB ¢ HacienctBeHHbiMM KBII m npornosmpoBanue
0COOEHHOCTEH COCTOSIHUSI X 3/TOPOBBS B OYIyIIIEM.

Hayunasi HOBM3HA HCCJIeI0BAHUS

ITo pe3ynpraTam ucciaenoBaHUs MTOITYYEHbBI HOBBIE TAHHBIE O CTPYKTYPE HACIEACTBEHHBIX
KbIT y nereit, B kotopoit mpeoOmamaror AJIIBII m APIIBII; pexe BcTpeuarorcs
nedynkumonupytomas MKIII, wedponodtus, I'KBII, kucrozsr mouek mpu TC u
cunapomMainbHbie KbII.

IIpencraBneHsl JaHHBIE O pPa3BUTUM PEHAIBHOIO MajnoBoaus M cuHzapoma [lottep,
OCOOCHHOCTSIX KIMHHYECKOTO IMOYEYHOTO0 M BHEMOYEYHOro (eHorurna y nereil ¢ oveHb
pannum HauasoMm AJIIIBII (c BeIsBIEHHEM MMOYEUHBIX KUCT B Bo3pacte oT 0 10 18 mecsiien)
Y paHHUM HayajoM (C BBISIBIIEHWEM MOYEUHBIX KUCT B Bo3pacte oT 18 mecsies g0 17 aet 11
MecsIEeB). YCTaHOBJICHO MpeobiaaHue MaTOreHHBIX BAPUAHTOB T'€TEPO3UTOTHBIX MYTAIlHid
B reHe PKD1 y nereii ¢ oueHb panHuM Hauasniom AJITTBIL.

[lonydyeHbl HOBBIE JaHHbIE, JEMOHCTPUPYIOIIME BapuUabEeNbHOCTh IOYEYHOTO M
MEUYEHOYHOTO (PEHOTHIIA, O YACTOTE PEHAILHOTO MAJIOBOAMS U pa3BuTUs cuHapoma [loTTep c
OIIIT u IH y nereit mpu kiaccuyeckoit u netckoii ¢ pudpozom neuenu APTIBIL.

BnepBele  oxapakrepu3oBaHbl 4acTOTa W PA3BUTHE PEHAIBHOIO  MaJlOBOAMS,
Hedpomeranuu, moyeyHsix KUcT, Al, BposxkaeHHoro ¢pubdbpo3a neuenu, pacmupenust BITKII,
kuct mnedeHu, CIII' ¢ BapuKO3HBIM paclIMpEeHMEM BEH INUIIEBOAA U JKEIydAKa C
KpOBOTEUEHHEM, BapHUAHTHI MATOIEHHBIX MyTaluil reHa PKHDI, nedyeHue U BeACHHE
neTckoi ¢opmbel ¢ (GuOpo3oMm mnedeHu, mpeodnamaromeir B cTpyktype APIIBIT y
NeANaTPUIECKUX MMALIUEHTOB.

[Toxazana BapmabenbHOCTh MOYEYHOTO (heHOTHNA (CYOKOPTHKAIBHBIN INIOMEPYIOKHCTO3
IOYEK, OIHOCTOPOHHSSA MK/IT 51 JIOMEPYIIOKUCTO3 GYHKIIMOHUPYIOIIEH
KOHTpajarepalibHOW) NpU WACHTUPUIMPOBAHHBIX MyTauusx reHa HNFIb u neneuuu
xpomocomsbl 17q12 c 3axBatom rena HNF1b y nereii ¢ oppannoit I'KBII.

BrnepBbie BbIsBiIEHBI Yy aereld ocoOeHHocTH cuHapoManbHoi I'KBII mpu aureHHoii
mytaruu reHoB CLCN5 u HNFI1b ¢ deHotunom peHanbHOro cuHapoma Fanconi mpwu
6one3nn Dentl, mpu TpucoMuu XpoMoCOMBI 9 ¢ T€TepOreHHBIM BHEITOYEYHBIM (DEHOTUTIOM.

[Tomyyens! HOBBIE AaHHBIE O (heHOTHUIAX MH(DAHTUIBHOHN, IOBEHIJIBHOM, MO3AHENH (hopm
U30JIMPOBAHHOTO ¥ CHHAPOMaJIbHOTO opdaHHOro HeppoHOoPTH3a pu del2q ¢ 3axBaTOM reHa
NPHPI v mytauusimu renoB CEP290, TMEM67, INVS y neteu.



Bnepseie OIMCAHBI 0COOEHHOCTH WH()AHTUILHOTO HeporodTuza c
nporpeccupoBanueM B TepMmuHanbHYr0 XBII y nereir ¢ cuaapomamu Meckel-Gruberd
(CEP290) n Senior—Loken6 (del12g21 ¢ 3axBarom rena CEP290).

BrnepBbie mnpuBeneHbl OCOOCHHOCTH AMArHOCTUKH, TEYEHHS, BO3PACTHOM WHBOJIOLUU
(ymenbuienue B o0beme) HedyHkmonupyromeit MK/IIT u xomnencaTtopHoii runeptpoduu,
naToJIoruu, GyHKIMU KOHTpadaTepalbHON MOYKH Y IETEH.

[TonmydeHbl HOBBIE TaHHBIE O BapUaOEIbHOCTU MOYEUHOTO (PeHoTuna (CyOKOpTHUKaIbHbIC
1 1u¢y3HbIe MAPEHXUMATO3HbIE KUCThI YBEIMUEHHBIX B 00bEME MM0YEK, AHTHOMUOJIUIIOMBI,
KaplMHOMa, apTephalibHas TUIEPTEH3Us1) W TUMUYHOCTU BHEMOYEYHBIX MPOSBICHUN
ophanHOTrO TYOEpO3HOTO CKIIepo3a BeieacTBre myTaruii TeHoB 7SC2 u TSCI y netei.

[ToxazaHbl 0COOEHHOCTH MMOYEYHOTO U BHEMOYEYHOro (PEHOTHUIIA Y JeTel Mpu op(aHHBIX
HacneAcTBeHHbIX cuHApomax Papillo-Renal, CHARGE, Meckel-Gruber4 Bcnenctsue
MyTallMk T€HOB W MPHU XpOMOCOMHOM maromoruu Senior—Loken6 mpu nenenmu 12921,
cugapome neneuuu 17ql2, pemenuu 12p, mpu TPUCOMHH XPOMOCOMBI 9; mpu Oone3Hu
Dentl; cunapome Beckwith—Wiedemann BcnenacTBue HapyuieHuss MetuiaupoBanus KvLQT
(LITI).

BrnepBrie y gereit B Bozpacte Oojee 2 JIeT MOJY4YEHBI JaHHBIE O MPOTPECCUPOBAHHUU
xponunueckor 6omne3nu nouek oT Cl (¢ coxpannoit CK®) no C2-5 mpu HacleICTBEHHBIX
KHCTO3HBIX OOJIE3HSAX IIOYEK, H30JIMPOBAHHBIX W ACCOLUMUPOBAHHBIX C Op(aHHBIMU
CUHJPOMaMH.

BnepBrie ycTaHOBIEHAa BEpPOSTHOCTh MOYEUYHOW BBIKMBAEMOCTH |-JeTHEH, S—ieTHeH,
10—netnent, 15—netHeit, 17-nerneit no merony Kaplan — Meier (1958) y nereit ¢ A/AIIBII,
APIIBII, TKBII, nHedpoHODTH30M, KHCTO30M IIOYEK TMPH TYOCPO3HOM CKJIEPO3eE,
HACJEACTBEHHBIX CHHJPOMAaXxX; BEPOSTHOCTb BBDKMBAEMOCTH |-jeTHed, S-netHed, 10—
netHed, 15-nmetHeit, 17-eTHeN KOHTpajaTepalibHOW TOYKH TPU HEPYHKIUOHUPYIOIIEH
MYJIBTUKACTO3HOM JUCIUIA3UH.

Hayyno 000CHOBaHBI TMEpCOHAJIM3UPOBAHHOE BEACHHWE U  IPEIUKTUBHOCTh —
MIPOrHO3UPOBAHUE COCTOSIHHS 37I0POBbsSI B OyaymieM y JeTel ¢ KHCTO3HBIMU OOJE3HSIMU
MOYEK C Y4YEeTOM HWHIUBUIYAJbHBIX TE€HETUYECKUX U (PEHOTUNUYECKHUX OCOOEHHOCTEH,
BEPOATHOCTH MOYEUYHOM BBI)KUBAEMOCTH.

Teopernyeckast U NPAKTHYECKAsA 3HAYMMOCTb PA0dOTHI

Teopernueckas 3HAYUMOCTh TIOJNYUYEHHBIX pPE3YJAbTaTOB AMCCEPTALMOHHOW pPabOThI
3aKJII0YaeTCsl B yIITyOJIEeHHOM M3YyYEHUU CTPYKTYpbI, 0COOCHHOCTEH (PeHOTHNA U TeHOTHIA,
MoYeyHOH (YHKIMM M BEPOSTHOCTH BBDKMBAEMOCTH y JI€TEH C HACIEACTBEHHBIMU U
ophaHHBIMH KHCTO3aMH TMOuYeK. Pe3ynbraTel auCCepTalMOHHOW pabOThl PaCIIUPSIOT
Mpe/ICTaBICHUS NIEANATPOB U HEPPOJIIOTOB O (PEHOTUIIE U TEHOTHUIIE, MOYeYHOU (PYHKUIUU U
BBDKHMBAEMOCTH y JIeTeH ¢ HacneacTBeHHbIMU U opdanubsiMu KBII.

Haydno o0ocHOBaHO MpoBeACHHE NEIUATPUUYECKUM TMAlMEeHTaM C HACJeICTBEHHBIMHU
KBII monexynspHO-TeHETHYECKOro uccienoBanus mno Buagy BMII — Hedponorus B
cootBercTBUU ¢ lloctanoBnenuem IlpaBurenscrBa PO «O Ilporpamme rocynapcTBEeHHBIX
rapanTuil OECIUIATHOTO OKa3aHWs TpaklaHaM METUIMHCKoW momommu Ha 2025 rom v Ha
raHoBbIi neprog 2026 u 2027 rogos» ot 27.12.2024 Ne 1940.

Pa3paborana u mpensiokeHa B TNEAMATPUYECKYIO HEQPPOJIOTHUYECKYI0 MPAKTHKY
cucreMatnka MKJII y ngereit ¢ yderoM KIMHUKO—-MOP(}OIOTHYECKHX (HEHOTHUIIOB,
BO3pPacCTHOM HMHBOJIOLMH, MyTalUuid I€HOB M KOMIIEHCAaTOPHOM TUnepTpopuu, MaToJIOrHH,
(GYHKIIMM KOHTpaJIaTepabHOM MOYKHU Y JETeH.

O60CHOBaH MEXIUCIUIUIMHAPHBIA MOAXOA K BEIEHHIO JeTeld C HacleACTBEHHBIMU
KACTO3aMH  TIOYEK  MeauarpoM,  HedpoJorom,  ypojoroM,  TacTPOIHTEPOJIOTOM,
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OTOJIAPUHTOJIOTOM/CYPIOJIOTOM,  O(TaIBMOJIOTOM,  HEBPOJOTOM,  DHJIOKPHUHOJIOTOM,
KapAHOJIOTOM.
MeTon0/10TMsI 1 METOABI UCCJIEJOBAHUSA

Mertononorust [uccepTallid OCHOBaHA Ha JAHHBIX (DyHIaMEHTabHBIX HMCCIEIOBaHUMN B
001aCTH MEIUILIUHBI, ETUaTPUU U HE(DPOJIOTUH U MOCTPOCHA aBTOPOM Ha OCHOBE M3YUYEHUS
U 0000IIeHNsT JTaHHBIX OTEYECTBEHHOM U 3apyOeXHOW IUTEpaTypbl O TEPMUHOJIOTHUH,
KJaccupuUKaluy, KIMHUKO-TEHETUYECKOM  JUarHOCTHKH, TMOYeyHoM  (yHKUMH U
BBKMBAEMOCTH y ieTel ¢ HaciuencTtBeHHbiMu KBIT.

Knunnueckoe wucciaegoBanue mnposeaeHo y 300 nereit ¢ HacineactBeHHbiMU KBII.
Hacrosimee wuccienoBaHne MpPOBOAWIOCH B COOTBETCTBUM C  3aKOHOAATEILCTBOM
Poccuiickoit ®enepanuu, MEXAYHAPOIHBIMU STUYECKUMU HOPMaMH, H3J0KEHHBIMU B
XeIbCUHCKOW JeKIapann BceMHupHOW MEIUMIMHCKOM accouwanuu «PexomeHpanuu 1uist
Bpauei, 3aHUMAIOIIUXCS OHOMEAMIIMHCKUMU HCCIENOBAHUSAMU C Y4YacTHEM JIIONEH,
0JI0OpEeHO pelieHneM JIoKaabHOTro 3THueckoro komuteta ®I'bOY BO «CIIGITIMY» M3
Poccuu (mporokon Ne 10/8 ot 19.10.2020). 3akonusie npencrasutenu narueHToB ¢ KBII B
BO3pacTe MeHee 15 jeT u manueHThl B Bo3pacTe 15 u Gornee et namu uHGOPMUPOBAHHOE
comlacMeé Ha ydacTH€ B HCCIEJOBAaHMU. THUN HUCCIEAOBAHUS: PETUCTPALMOHHO—
HaOJII0IaTeIbHOE PETPOCIIEKTUBHOE U MTPOCMEKTUBHOE KIIMHUYECKOE UCCIICIOBAaHHUE.

IHon0keHUs1, BLIHOCHUMBbIE HA 3aIIIUTY

1. B crpykrype HacnencrBeHHbix KBII BciencTBue Myranuii T€HOB M XPOMOCOMHOM
MaTOJIOTUM Y JIeTel TpeobiiajaeT TMOJIMKUCTO3HAsT OOJEe3Hbh IM0YEeK C ayTOCOMHO—
JTOMHUHAHTHBIM ¥ ayTOCOMHO—PEIIECCUBHBIM  THUIIAMH  HACJICIOBaHMS,  JIPYTHE
M30JIMPOBAHHbIE U CUHAPOMAJIbHBIE KUCTO3bI IOYEK BCTPEUAIOTCS PEKE.

2. Pa3nuunbl BO3pacT K MOMEHTY BBISIBIICHUS KUCT, KIMHUYECKUH (PEHOTHUII, TEUCHHE
pu AIITBII BcneactBue myranuii B renax PKD1, PKD?2 y netei.

3. Bo3pacT K MOMEHTY BBISIBICHHS] TOYEYHBIX KHUCT, KIWHUYECKUN TOYEYHBIM U
MEYCHOYHBI (DEHOTHUI, TEUeHHWEe U TPOTHO3 HMEIOT CYIECTBEHHBIC pa3Iuyus TMpU
Kjaccuueckoit u nerckoit ¢ pudbpozom neuenu APIIBII BeneacrBue myranuii rena PKHD 1
y JETEeH.

4. XapakTepHa BapuaOelbHOCTh KIIMHUYECKOTO MOYEUYHOTO U BHEMOUYEYHOTO (heHOTHIA
npu u3onupoBaHHoW u cuHapoMaibHoi ['KBII BcneactBue myrtanuu reHa HNFIb wu
neneuuu xpomocoMsl 17q12 ¢ 3axBatom rena HNF'1b, Tpucomun XpoMOCOMBI 9 y nieTeit.

5. UndanTuIbHBIN, IOBEHWIbHBIA U TO3AHUN HEepOoHODTU3, HEPPOHOPTU3—CBA3AHHBIC
CUHIPOMBI BeiencTBue mytanuu renoB CEP290, TMEM67, INVS u del2q c 3axBatom rena
NPHPI, dell2q c 3axBatoM CEP290 y nereii UMEIOT BO3pacTHbIE OTIMYUS MaHU(ECTALNH,
MOYCYHBIX ¥ BHETIOYCYHBIX MTPOSIBJICHUH.

6. CymiecTByIOT 0COOCHHOCTH BO3PACTHON IMArHOCTUKUA U WHBOJIONHUH (YMEHBIIICHHUE
o0beMa), TEYEHHsS MPOCTOW U OCIOKHEHHON HE()YHKIMOHUPYIOIMIEH MYIbTUKHCTO3HOM
MOYKH, KOMIIEHCATOPHOW TrumnepTpoduu, marogorud U (GyHKIUH KOHTpajJaTepabHOU Yy
JETEH.

7. ereporeHHOCTh (EHOTHIIA KHCTO3a IIOYEK M BHETOYEYHBIX MPOSBICHUN TMPH
opdaHHBIX: TYOEpO3HOM CKJIepo3e, HaciencTBeHHbIX cuHapomax Papillo—renal, CHARGE,
Meckel— Gruber4, Senior —Loken6, cunapome Beckwith — Wiedemann, Gone3nu Dentl,
cunapome aeneunn 17ql2, neneuun 12p, TpucoMuu XpoMocoMbl 9 y nereid oOycioBlieHa
naroreHHeiIMu MyTauusmMu B reHax ISCI, TSC2, PAX2, CHD7, CEP290, nureHHoi
mytarueit CLCNS w HNF'1b, napymenuem MetunupoBanus KvLQT (LIT1), xpomocomHoi
MaTOJIOTUEN Y AETEM.
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8. IIporpeccupoBanue XBII y gereit ot Cl (¢ HopmanbHoit CK®) no C2—-C4 u C5
cTaauu, TpeOyromed auanu3a M TMOYEYHOW TpaHCIJIAHTAIMH; BEPOSTHOCTH MOYEYHOU
BBDKUBAaEMOCTH |-JeTHe#t, S-iyerHed, 10-nmerneit, 15-nerneit, 17-netHeit y neredt ¢
ANIIBIL, APIIBII, TKBII, oanocroponneit MKIII, nHedponodTH3OM, TYyOEpO3HBIM
CKJIEPO30M U CUHAPOMAJIbHBIMU KHCTO3aMHU MTOYEK UMEIOT pa3Inyusl.

9. IIporao3upoBanue nporpeccupoBanus XbII n ocobeHHOCTEH COCTOSHUS 310POBBS B
Oynymem y gereit c HacnenctBeHHbiIMu KBII ocHOBaHO Ha oOlleHKe BapHaHTOB
KJIIMHUYECKOTO (DEHOTUIA U TE€HOTUIIA, BEPOSITHOCTH MOYEYHON BBIKMBAEMOCTH MO METOY
Kaplan — Meier.

CBsi3b ¢ IVIAHOM HAYYHBIX padoT

JuccepranmonHas paboTa BBIIIOJHEHA IO IJIaHY HayYHO — MCCJIEN0BATENIbCKOM paboThI
kadenpor pakynprercroit neguarpun CIIBI'TIMY «J/luarnoctuka u jJedeHHe BPOXKICHHBIX
HACJIE/ICTBEHHBIX U MPUOOPETEHHBIX 3a00JIeBaHUI MOYEK y JAeTel U moapocTkoB» ¢ 2018r
(aomep roc.yuera HUOKTP AAAA-A18-118053190062—4 ot 31.05.2018).

CreneHb 10CTOBEPHOCTH U anpodanus pe3yJibTaTOB

JIOCTOBEpHOCTh  PE3yNbTaTOB  JUCCEPTAIIMOHHOTO  HWCCIENOBaHUS  OOYCJIOBIEHA
METOJIOJIOTHEH, I1IeIbI0 W 3aJadyaMd, JOCTaTOYHOW BbIOOpkoi marnueHToB ¢ KBII,
BBICOKOMH(OPMATUBHBIMHU 1ab0paTOPaTOPHBIMU, BU3YaITU3UPYIOIIUMH,
(GYyHKIMOHAIBHBIMUA,  MOJEKYASIPHO-TEHETUYECKUMHU, I[UTOTCHETUYCCKUMH  METOJaMU
UCCIIeIOBaHUS B a0OpaToOpUsX, UMEIOIINX JCHCTBYIONIYIO JUIICH3UI0 HA OCYIIECTBIICHUE
MEIUIMHCKOU nesitenibHOCTH U npoBenenue JIHK TtecroB, umcciegoBaHueM mNOYEHHOU
(GYHKIIMM ¥ BEPOSTHOCTH BbkMBaeMocTu 1o metoay Kaplan—Meier (1958); coBpeMeHHbIMU
METOJJaMH CTaTHCTUYECKON 0O0pabOTKM pe3yiabTaToB W WHTEPIPETAIUU TOJYYSHHBIX
TaHHBIX, 9()(QEKTUBHBIM BHEAPEHUEM TIOJYUYEHHBIX pE3yIbTaTOB B 00pa30BaTEIbHBIN
MpoLEecC U KITMHUYECKYIO IPAKTHKY.

OcCHOBHbBIE TIOJIOKEHUSI U PE3yAbTaThl pabOThI JIOJIOKEHBI U 00CyKIeHbl Ha Poccuiickux
U MEXJYHApOIHBIX KOoHrpeccax u koHgpepeHmusx: 43rd Annual Scientific Meeting of the
European Society for Pediatric Nephrology, UK, Birmingham (2009); Bcepoccuiickuii
koHTrpecc HedponoroB, Cankt—IletepOypr (2009); Hayuno—mpaktuyeckas koH(pEpeHIIUS
«BBICOKOTEXHOIOTUYECKAsE MEAUIIMHCKASI TTOMOILb B KJIMHUKE MEAUATPUUECKONW aKaJeMHUH.
OcobenHocTH BefeHHUs HOBOpOXAEHHBIX», Cankr—Ilerepbypr (2010); 44th Annual
Scientific Meeting of the European Society for Pediatric Nephrology, Cavtat-Dubrovnik,
Croatia (2011); Poccuiickuit popym «Ilemuarpus Cankt-IleTepOypra: ONbIT, HHHOBAIIWH,
noctmxenus», Cankr—IlerepOypr (2011); X Poccuiickuii KoHrpecc MO JIE€TCKOU
Hepponoruu, PoctroB—na—[ony (2012); IV Poccuiickuii ¢opym «llennatpus CaHKT—
[TerepOypra: ombiT, MHHOBAIMHU, HocTWxkeHUs», Cankt-IlerepOypr (2012); IV Konrpecc
accoryanuyu HeQpOJIOTOB HOBBIX HE3aBUCHUMBIX TocynapcTtB, Munck, bemapyce (2016);
Hayuynas woHdepennus odTanbMoIOTOB ¢ MEXKIyHApoaHbIM yuactueM «Hesckue
ropu3zoHTEI—2018», Canxt—Iletepbypr (2018); Poccumiickuit konrpecc «lleamarpus B
[IpuBomxkckom ¢enepaibHoM okpyre», Kazaub (2019); Bcepoccuiickas HaydyHO—
MpaKTU4ecKasi OHJaiiH koH(epeHus «®DapmakoTepanuss U IUETOJOTHUS B TEAUATPUIY,
Cankr—IlerepOypr (2020); 54th Annual Scientific Meeting of the European Society for
Paediatric Nephrology, Ljubljana, Slovenia (2022); XVIII, XXI, XXII, XXIII Poccutickuit
koHrpecc «l/IHHOBallMOHHBIE TEXHOJOTMM B TMEIUATPUM U JIETCKOM XHUPYPTUH» C
MeXIyHapoAaHbIM yuactuem, Mocksa (2019, 2022, 2023, 2024); III, V, VI, VII, VIII
HanmonanbHbIl KOHIpECC C MEXKIYHAPOJHBIM YydacTHeM «300pOBble JeTH — Oynyliee
ctpanbly, Cankr—IlerepOypr (2019, 2021, 2022, 2023, 2024).



BHeapeHnue pe3yibTaToB B NIPAKTHKY

Pe3ynbrarhl uccienoBaHusi BHEIPEHbI B YUeOHBIN MpollecC AUIJIOMHOTO OOpa3oBaHUs
CTYIEHTOB, B TMpOrpaMMy TMOCIEAUILUIOMHOTO 00pa3oBaHus Bpadyei—TeauarpoB B
OpAMHATYype, Ha Mpo(eCCHOHATBHON MEPENOArOTOBKE U Kypcax MOBBIIICHHS KBATU(PUKALUN
no Hedponoruu (144 wyaca, 36 yacoB), «HacnencTBeHHble KHUCTO3HBIE OOJE3HH TMOYEK Y
neteit u mompocTkoB» (18 wacoB) kadenper dakynprerckor neamarpun @I'BOY BO
CII6I'TIMY M3 Poccuu. Pe3ymprarhl ucciaeqoBaHUs BHEAPEHBI B JICUYCOHBIM Mpoliecce
neauarpudeckoro otaeneHus Nel (wedgponorun) nu KA kmuanku @I'6OY BO CIIGITIMY
M3 Poccuu; B neueOHbIM mporiecc [TAY3 «/leTckas pecnyOnuMKaHCKas KIMHHUYECKAS
6onpHUIIAa MuHKCTEpCTBA 3ApaBooxpanenus Pecyonuku Tarapctany.

Ha ocHoBaHuM pe3ynbTaroB HUCCENOBaHUS Cco3AaHbl 4 0a3bl JAaHHBIX, KOTOpBIE
3aperucTpupoBaHbl B rocygapcTBeHHOM Peectpe 0a3 naHHbIX: «ba3a naHHBIX peHaIbHOTO
dbeHoTuna penkol MOJUKUCTO3HON OOJIE3HU TMOYEK C ayTOCOMHO—PELECCUBHBIM THIIOM
HacienoBanusi (ORPHA:731) y mereit» (RU 2024621893, 02.05.2024), «IleueHouHBIH
¢enorun npu opdannoit (ORPHA:731) ayrocoMHO—periecCUBHOMN MOJMKUCTO3HOM 00J1€3HU
nmouek y neauarpudeckux nauueHtoB» (RU 2024622647, 19.06.2024), «Penorun
OJTHOCTOPOHHEN He(DYHKIMOHUPYIOUIEH MYIBTUKUCTO3HOM MUCIIIA3UM TOYKH Yy JAeTei 6
Mecsie — 17 ner» (RU 2024622890. 02.07.2024), «lunamuka ¥Y3M—meTpudeckoro
oOuiero (cymmapHoro) oobeMa IMoyeKk y JAeTed ¢ opdaHHOW ayTOCOMHO—PELECCUBHOU
MOJIMKUCTO3HON OO0JIE3HBIO TOYEK U ayTOCOMHO—IOMHUHAHTHOM IMOJMKUCTO3HON OOJIE3HBIO
Moyek ¢ oueHb panHuM Hadanmom» (RU 2024623569, 14.08.2024).

CooTBeTcTBHE NACHIOPTY CHENHATBHOCTH

Hayunble nosokeHust AuccepTanuy COOTBETCTBYIOT TACHIOPTY HAYYHOM CIIELHAIbHOCTH

3.1.21. «Ileguarpusi», KOHKpEeTHO IyHKTaMm 1, 3, 5, 6 HanpaBiIeHU UCCIEOBAHUS.
Myonuxkanumn

[lo marepuanam BBINOTHEHHBIX HCCIENOBaHUM omyOnukoBaHa 71 meuarHas pabota, B
TOM ymcie 15 crareil B jkypHanax, BKIIOUYEHHBIX B MEPEYEHb PELIEH3UPYEMBIX HayUYHBIX
U3aHu|, pekoMeHJoBaHHbIX BAK amst myGnukanuu pe3yapTaToB IMCCEPTALUK, U3 KOTOPBIX
13 B u3naHusAX, MHAEKCUPYEMbIX B MEKIyHaponHoil 6a3e Scopus; 2 B BAK «Kl1» u 13 B
BAK «K2»; 5 maB B pykoBoicTBax; 3 yueOHBIX mocobust s oOywaromuxcs; 4
CBUJIETENIbCTBA O TOCYAAPCTBEHHOH peructpanuu B Peectpe 6a3 naHHBIX.

JInuHbIi BKJIaJ aBTOpPA

ABTOpOM  CaMOCTOSITENIbHO TPOBEACHBI: 0030p OTEYECTBEHHOM U  3apyOexHO
JUTEpaTypsl MO H3ydaeMoil mpolieme, 000CHOBaHME AKTyalbHOCTH, OINpPENEICHUE LENH,
3aja4y, OpraHu3alus UCCIEAOBaHUS, aHATN3 MEAULIMHCKON JOKYMEHTaluu, (OPMUPOBAHHE
Tpynn TalUeHTOB, MaTeMaTHKO — CTaTUCTHYeckas o0paboTka M aHaIM3UPOBaHUE
pe3yNbTaToB HCCIEI0BaHMs, HAaUCaHUE JUCCEepTallMi U aBTopedepara, crareid, yuyeOHbIX
MoCcoOMi, I1aB B PYKOBOJCTBaX, co3naHue 4 0a3 JaHHBIX MEAMATPUUYECKUX TAlUEHTOB C
KHCTO3aMU MoYeK (C TocynapcTBEHHOM peructpauueii B Peectpe 6a3 naHHBIX).

O0beM U CTPYKTYpa AHCCEPTANMHA

JHucceprannonHas paboTa COCTOUT U3 BBEACHHUS, 7 TNIaB: 0030p JIUTEpaTyphl, MaTepUaIbl
W METOABl HCCIENOBaHUs, 4 IVIaBbl PE3yJAbTaTOB HMCCIIEJOBAHMS, OOCYXJIEHHE; BBIBOJAOB,
NPAaKTHUECKUX PEKOMEHJAIMi, CHUCKAa COKpallleHuH, Cchnucka JauTeparypsl. Pabora
n3noxkeHa Ha 310 cTpaHMIIax KOMIIBIOTEPHOIO TEKCTAa, WJUIFOCTPUPOBAHA 28 pUCYHKaMU U
69 tabmumamu. bubnmorpadudeckuii cnucok BkimodaeT 310 MCTOYHMKOB JTUTEPATYpPHI, U3
HuX 80 oreuecTBeHHBIX, 230 3apyOeKHBIX.
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COAEPXAHUE PABOTbI
Marepuajibl 1 MeTOIbI UCCJIETOBAHUSA

JluccepTallnOHHOE UCCIEeIOBAaHUE BBIMIOJIHEHO Ha Kadenpe (akylbTEeTCKOW NeAUaTpHH,
KJIIMHUYeCKOW 0a30il uccrneAoBaHUsl SIBISUIOCH HE(POIOTrHYECKOe OTAENCHUE KIMHUKH
OI'BOY BO «CIIOITIMY» M3 Poccun. B wuccnemosanme BriaroueHbl 300 nereil u
MOJIPOCTKOB B Bo3pacte oT 1 mecsma g0 17 ner 11 mecsnes ¢ HacnenctBenasiMu KBIT (245
npoOaH0B U 55 cubcoB) u3 245 HEpoACTBEHHBIX cemeit 3a nepuoa ¢ 2009 mo 2024 rofsl.
N3 300 mamuenToB 155 (52%) manpbunkoB u 145 (48%) nesouek; 38 (12,7%) HA MOMEHT
uccieaoBaHus ObUIM B Bo3pacte oT 1 mecsma mo 1 roga 11 mecsues, 262 (87,3%) — B
BO3pacte Oomee 2 Jer.

KputepusiMmu BKJIIOYEHMS] TICPSKHUBIINX HEOHATAJbHBIM TMEPHOJ MAI[UEHTOB B
UCCleIOBaHUE SIBISUINCH: Bo3pacT oT 1 mecsua a0 17 ner 11 mecsues; Hanuuue 2 u 6osee
MOYEYHBIX KHUCT, PACTIONIOKEHHBIX B MAPEHXHMME OIHOM WM 00EHX IMOYeK, MO pe3yiabTaram
V3 wunu omHOW mouyeyHOM KHUCThI Yy mamueHta ¢ npusHakamMu XbBII; cooTBercTBHE
noyeuynnix kuer kiaccam I, 11, IIF comiacHo knaccupukanuun M.A. Bosniak (1986,
nepecmotp 2012) B mogudukanuu 2019 . ( " o pesyabsraram KT win MPT); nognucannoe
o(UIMAIBHBIM MpEACTaBUTENIeM NaleHTa (1/ Uiu caMuM MAIMeHTOM B Bo3pacte 15 et u
6onee) nHGOPMHUPOBAHHOE JOOPOBOJIILHOE COIVIaCMe Ha MEAHUIIMHCKOE BMEIIATEIIHCTBO U
y4acTue B KIMHUUYECKUX HccieaoBanusix, onoopenHoe JIDK ®I'bOY BO «CIIGI'TIMY» M3
Poccun.

Kputepyu wuckiIw04YeHUs: TAIMEHTOB M3  HCCIEAOBAaHUSA:  HAJIUYUE  OIHOMN
MapeHXUMaTO3HOW KUCTHI U / WM BHEMAPEHXMMATO3HOE €€ PaclojiokeHrne 0e3 MPU3HAKOB
XBII; xucTO3HBIE HW3MEHEHHUs ToYeK cocyaucTor (Manmbdopmaruu), WHHEKITMOHHOM
(3XMHOKOKKOBBIE M [Ip.), BOCHAJIUTEIbHOM 3THOJOTHUU; COOTBETCTBUE IIOYEUHBIX KHUCT
xnaccam 11, IV" cormacho xmaccupukammn M.A. Bosniak (1986, mepecmorp 2012) B
Moaudukamuu 2019 . ( " o pesynbratam KT wnu MPT); oTka3 poauteneit oT yyactus B
HCCIIEJOBaHUU.

Cucremaruka KBIT npoBenena B coorBeTcTBUU ¢ Kinaccudukanueir S.M. Bonsib (2010).
OcymecTBiszicss cOOp ceMeMHOro aHaMHe3a. THI HAcleOBaHUsSI KHCTO3a B CEMBSX
ONPEACIIEH MO FEHeAIOrnyeckoMy Metoay. [IpuMeHeHsl KIIMHUYECKNM, BU3YaTu3UPYIOLIUN,
MOJIEKYJIIPHO-TEHETUYECKUIT U IIUTO-—TEHETUYECKUN, (PYHKIIMOHAIBHBI METOJ] OIEHKH
MoYe4yHoN (QyHKIMU U BbDKMBaeMocTH y aereil ¢ HacneactBeHHbIMU KBII. Y3U (MPT/KT)
JMArHOCTUKA BKJIIOYAJIa BU3YIM3AIMIO TTIOUYEUHBIX KUCT (PACIONIOKEHUE, CHMMETPUYHOCTbD,
KOJIMYECTBO, Pa3Mephl), COCTOSIHUE MAPEHXUMBbI (TONIIMHA, SXOreHHOCTh, KM/I, KpoBOTOK),
onpeaenenue OOII (cm3). MonekylnsipHO-—TEHETUYECKUN aHaau3 IMPOBOAMIICA JETSIM B
nabopaTopusax, MUMEIINX JACHCTBYIONIYIO JIMIICH3UIO HAa OCYIIECTBICHUE MEIUITUHCKOMN
nestenbHocth  u  npoBeaerne JHK TecroB wu  memunuHCKoe — 00OpyldOBaHHE,
3apeructpupoBanHoe B P®: OO0 «I'enomen», MI'L] ®T'BHY «MI'HI] um.akanemuxa H.II.
BboukoBa», OO0 «Ienorexk» (Genotek), AO «®Depct I'enerukc» / First Genetics (F —
Genetics), «leneruxko» (Genetico), mabopaTopus MOJEKYISIPHOW JHATHOCTUKU C
pacuuperHoi rpynnoii no skorenetuke HAULL CIIGI'TIMY.

Huarnoctuka OIIII y nereii mpoBeaeHa B cooTBeTcTBHM ¢ Kiaccuduramusmu pRIFLE,
AKIN (2007), KDIGO (2016). B cootBerctBuu ¢ onpeneneauem NKF-K/DOQI (2002) u
R. Hogg c coasr. (2003), XBbII nuarHocTupoBaiy, €Ciau y NalueHTa NpUCyTCTBYET OAMH U3
CJIeNYIOIIUX KpUTEpUeB: . MOBpEXKJIEHHWE MOYEK B TEUCHUE 3 MeEcCALEeB WUiu Oosiee co
CTPYKTYPHBIMH W/WiH (YHKIIMOHAJBHBIMU HApyHICHUSMH TOYEK, ¢ WU 0e3 CHIKEHUS
CK®, manudectupyoimme oauH Wi Oojiee U3 CIEAYIOIIUX NPU3HAKOB: HApyIICHHUS B
COCTaBe KPOBHW WJIM MOYH, MPU MOPQOIOTUISCKOM HCCIEIOBAHUU OHOITaTa MOYKH, MPU
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BH3yamu3amun mouek; 2. cumkenne CK® <60 mm/mun/1,73 m® B Teuenme 3 m Gomee
MecslleB, ¢ WIM 0e3 JpyruxX NPU3HAKOB TOBPEXKICHUS II0YEK, ONHCAHHBIX BBIIIE.
Hacnencteennsie KBII y nereit otHocat k XBII C1 (c nopmanbaoit CK®) u 1ipu CHIKEHHUH
CK® k XBIIC2-5. Crparudukauuto tsxectu XbBIIC1-CS y aereit B Bo3pacte bonee 2 yer
npoBoguian o CK®, paccuuTaHHOW MO KIMPEHCY SHIOTCHHOTO KpeaTMHUHA B (opmyre
Shwartz, ypoBHIO ajdbOyMHHYpUH W/WIK TOpoTeuHypuu. HccnenoBaHue MOUYEUHON
BBDKMBAaeMOCTH y Jeredl ¢ HacieactBeHHbIMU KBII  mpoBeaeHO  MOMEHTHBIM
HenHtepBasibHBIM MeToaoM E.L.Kaplan—P.Meier (1958) c nocTpoenremM Tabnuil JOKUTHSL.
MeToabl CTATUCTHYECKO 00pa0dOTKHU

OOpaboTka TMOJYYEHHBIX JAaHHBIX MPOBOAMJIACH HA TMEPCOHAJIBLHOM KOMIIBIOTEPE C
nporeccopom 11th Genlntel (R) Core (TM) 15— 1135G7 ¢ omepanuoHHON CHCTEMO
Windows 11 u ucnonb3oBanueM nakera opucHbix npunoxenuit Microsoft Office, Bxirouas
Word, Excel 2013 u mpu nomomu nporpammel STATISTICA 7.0 (StatSoft Inc, CIIA) ¢
WCIOJIb30BAaHUEM OIMCATEIbHOM CTATUCTUKU /IS OPTaHU3aluu U (DOPMHUPOBAHUS MATPHUIIBI
JaHHBIX, IPOBEACHHS aBTOMAaTU3UPOBAHHBIX TAOIMUYHBIX PACUE€TOB, MOJTOTOBKHU I'pahuKoB U
auarpaMMm.  MeToabsl  ONKCATENbHOM  CTATUCTUKM — BKIIIOYAJIM  OLEHKY  CPEIHEro
apupmernueckoro (M), cpemnss ommoOka cpemHeld apudmeTudyeckoil (m) ¥ CTaHIAPTHOE
OTKJIOHEHHE MO BBIOOpKE (G) ISl MPU3HAKOB, UMEIOUIMX HOPMAJIbHOE paclipeieseHue, ais
MPU3HAKOB C JUCKPETHBIMA 3HAYEHHMSIMH HCIIOJNB30BaHbl YAaCTOTHl BCTPEYAEMOCTH.
CrarucTuyecKyro 3HaYMMOCTh Pa3JIMuUi ABYX CPEIHUX, MPEACTABICHHBIX B BUJE CPEIHETO
apuMEeTHUEeCKOT0 =+ OTKJIOHEHHE CpEeIHEH, ONpeAeNsiu C TMOMOIIbI0 t—KpUTepus
CrTplOfIeHTa; NpH CpPAaBHEHUMM MNPOLEHTHBIX JOJEH B 2 TIpynmax HMCHOJIb30BAIN
YEThIPEXIOJIbHBIE TaOIMIIbI CONPSHKEHHOCTH M pacyeT kpurepus y*—Ilupcona (pazmuums
cuntanu 3HauuMbIMU Tipu < 0.05), z — kputepuii Ouiepa (pazauyusi CUYUTAIN 3HAUUMbIMU
npu ypoBHe 3HauuMMocTd > 90%). [Ins cTraTUCTUYECKOM NPOBEPKU JIOCTOBEPHOCTHU
MOJIYyUEHHBIX  pE3yJAbTaTOB,  OLIEHKM  3HAYUMOCTUM  pa3jMuuil  HCIOJb30BAIUCH
Henapamerpuueckne U-—kpurtepuii MannHa — YutHu. [IpoBepky ypOBHsI JOCTOBEPHOCTH
mpoBoauiu 1o Tabnumam  Kputuueckux 3HaueHud U. Kpuruyeckuii  ypoBeHb
JIOCTOBEPHOCTH HYJIEBOM CTarucTUYecKol rumnore3sl (p) mnpuHuMancs paBHeiM 0.05,

JOCTOBEPHBIMU M 3HAYMMBIMU MPHU3HABAJIN Pa3JIMUMs CPABHUBAEMBIX IMOKA3aTENIEH MPU p <
0.05.

PE3VJIBTATBI NCCJIIEJOBAHUSA N UX OBCYXKXJIEHUE

B crpykrype nacnenactBennbix KBIT (tabmuma 1) y 300 gereit mpeoGmamaer
MOJTMKUCTO3Has Oone3Hb novek — 233 (77,7%), npyrue u30JupoBaHHBIC U CHHIPOMAJIbHBIC
KHCTO3BI — 67 (22,3%).

Kaunnuecknii penorun u renorun AJIIIBII y gereit

N3 200 mereit ¢ AAIIBIIL, 102 (51%) manburika u 98 (49%) neBouek B Bo3pacte oT 1
Mecsna 1o 17 ner 11 mecsiteB, cpeHUI BO3pacT K MOMEHTY MEPBOTO BHISIBICHUS TOYEUHBIX
kuct no Y3U cocraBun 7,8+3,1 roma. O6Hapyxxenue kuct no Y3U mpeHartanbHO WK B
Bo3pacte 10 18 mecsaues y 40 nereit (20%) cuntanu oueHb paHHUM HavdanoM (1 rpynna), y
160 (80%) BbIABIIEHHE KUCT B IOYKaxX B Bo3pacTe Oosee 18 mecsleB — paHHUM HadasioMm (2
rpynmna). OtsromieHHbd ceMeiHblii anamue3 1o AJIIIBIT w3BecTten g0 oOcnemoBaHms
npobanaa B 92% cayuaeB (y 184 u3 200 nereit). YCTaHOBJICHBI JOCTOBEPHBIE PA3THUMUS
CpEIHEro BO3pacTa U CUMMETPUYHOCTH PACIHOJIOKEHHUS INOYEUHBIX KHCT Ha MOMEHT HX
nepBoro BeisiBIeHUS mo Y3U y nmereit 1 rpymmer (4,55+0,76 mecsieB, ABYCTOpPOHHHUE
MHOXECTBEHHBIE) 1 2 Tpynisl (12,4+4,7 net, oqHOCTOpOoHHUE eauHUYHBIC) p<0,05.
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Tabmuua 1 — Crpykrypa HacneACTBEHHOM KHUCTO3HOU Oosie3Hu novek y 300 nereit

Ho3zoaorudeckue Gpopmbl KousiniecTBo o
aeren

AJIIIBIT, u3 aux 200 66,7

AJIIIBII ¢ ogeHb paHHAM HavalloM 40

APIIBII, U3 HuX, 33 11

knaccgeckas APIIBIT 5 77,7

nmerckas APIIBII ¢ ¢pubpozom newenn 28

I'KBII, u3 Hux, 12

¢ ojtHocTopoHHEe MK/JII T 3*

HedporodTus 13

U3 HUX, THpaHTHILHBIH 6

IOBEHHIILHBI 6

TIO3THAH 1

Kwucroz nouex npu dell2p 1

Kwucroz mnouek 1upu cuajapome Beckwith— 1 22,3

‘Wiedemann BCIIEJI[CTBHE HapyIIIeHUS

mMeTuimpoBauvsa KvL.Qt (LIT1)

OpHocTOpOHHNST HedyHKImoHupytomas MKJIIT, 37

U3 HUX

C ITIOMEPYJIOKHCTO30M KOHTpalaTepalbHOKU 3%

KwucTtozsr mogek npu TyGepo3HOM cKIIepo3e 6

Bcero 300 100

Ilpumeuanne x Tabmune: * 3 mamueHTa ¢ ogHocTtopoHHedt MKJIII u rioMepyIoKHCTOZ0M
KoHTpanaTepanbHoil uMeroT penornn I'KBII BeaegcTeue myranun resa HNF1b

Penanbnoe manoBoaue nocine 30 Hepenu recranuu no pesyinsraraM Y3U BeisiBiaeHo y 11
(5,5%) u3 200 nereit ¢ AAIIBIL; y 4 (2%) 0MHOBPEMEHHO C BBISIBIEHUEM KHUCT Mo4yek Ha 30—
31-it menene recramuu, y 7 (3,5%) npu oOHapyxxkeHun no Y3U manoBomus (Ha 36-38-ii
Hezene) O6but0 u3BectHo o AJIIIBII y moza.

N3 40 nereit ¢ ouenb panHuM HavyanoM AJIIIBII npenaranbHO BBISIBIEHO PEHAIBHOE
manoBoaue y 11 (27,5%); y 160 nereit c¢ pannum Hadamom AJIIBII npenaranbHO
ManoBoaue He yctaHoBieHO (p<0,05). Cunnpom IloTTep (rumomniasus JErKUx, MajgoBOIME,
nedopManuu nuIa, ApsOmas ckiaamguaTas Koka, AedopMaldd KOHEYHOCTEH, To4yedHas
HEZ0CTAaTOYHOCTh) BbIsABIEH Yy 3 u3 11 gereii ¢ ouenb panHuM Hayasmom AJIIIBIL, u3 Hux y 1
¢ aetanbHbIM HcxonoM. Cunnpom Al ycranosinen u3 200 y 52 (26%) nereit (B Bo3pacte
12,8 £ 5,3 roga). 13 52 npereit nmoseimenue AJl nquarHoctupoBaHo BrepBbie y 3 (5,8%)
HOBOpOXAEHHBIX, Y 2 (3,8%) B Bo3pacte 1 mecsiy — 1 ron, y 2 (3,8%) B 1 — 3 roga, y 2
(3,8%) B3 —10 net, y 16 (30,8%) B 10 —15 net, y 27 (52%) B 16 net u 6omnee. U3 40 neteii ¢
oyeHb panHuM HadajsoMm AJITIBIT y 10 (25%) AT Boisinena B Bo3pacte A0 11 net. Ilo Y3U
OTMEYEHO HENPEPHIBHOE YBEIMUYEHUE pa3Mepa nouyeyHbix KUcT 'y 182 (91%) uz 200 nereit ¢
AHIBIT (puc.1). U3 200 nereit m noxpoctkoB ¢ AJIIBIT y 118 (59%) ycranoBieHO
yBenuueHue OOIl (cm3) ¢ pocrom mamuentoB, y 82 (41%) OOIl (cm3) mo Y3U
COOTBETCTBOBAJI HOPMaJbHBIM 3HAYEHHUSIM 3a mepuoj HaOmoneHus. CpenHue 3HAUCHUS
OOII (cm3) o Y31 y 200 nauuentoB ¢ A/IIIBII Beie npu cpaHenuu co cpeaaum OOIT
(cMm3) y 310pOBBIX J€Tell U MOAPOCTKOB, JOCTOBEPHBIE PA3NIMYUS MOJTYYEHBI Y MALUEHTOB C
oueHb panHuM HadanoM AJIIIBIT mpu pocte 6omnee 80cm (p<0,05).

[IpencraBnena quuamuka usmeneHus cpeauux 3nadeHuit OOII (cm3) y 200 manuieHToB €
AJITIBII ¢ yuerom ux pocra (puc. 2).
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a5

cpeaHue 3HaueHUs NoYeyHbIX kucT y 40 peteii n

NoApPOCTKOB C 04eHb PaHHUM Hayanom AQNBI
40

cpeaHve 3HaYeHns NoYeyHbIX ket y 200 aeten
n nogpoctkoB ¢ AMNBI
kX

Expon. (cpeaHue 3HaueHUs NoYeyHbIX kucT y 40 aeten n
NoApOCTKOB C 04eHb paHHUM Havyanom AQNBM)

30
= EXpon. (cpeaHue 3Ha4eHNs NOYEYHbIX KUCT y 200
neteit n nogpoctkoB ¢ AIMNBIM)

Cpemiee 3navgerite paszmepa MK (vv)

20

n

Bospacr niereii (roqmi)

Pucynok 1 — Cpegaue 3Ha9€HNST MAKCUMAITBHBIX TIO pa3Mepy modedHbix kuct (MK, M)
no pesyasraram Y3U y 200 nereit u noppoctkoB ¢ AIIBII (¢ ygerom Bo3pacra)

250 = = cpeAHue 3HayeHus OO (cm3) y 300pOBbIX AEBOYEK

=

&

£ = cpeaHue 3Ha4enns OOM (cm3) y 300pOBbLIX ManbynKkoB

g

z 200 N

¥ Expon. (nunus TpeHaa cpeanux 3HaveHnin OOM (cm3) no Y3U /
'§ y 40 feTelt M NOAPOCTKOB C 04eHb paHHUM Hayanom ALNBM) /
= /

= -

g

Q

. Expon. (nununs TpeHpa cpeaHux 3HaueHuit OOM (cm3)
no Y3Wy 200 getent n nogpocTtkoB ¢ AQMNBM)
150

100

50-59 60-69 70-79 80-89 90-99 100-109  110-119  120-129 130139 140-149  150-159  160-169 or 170
Jlmina Tesma / Poer (em)

PucyHok 2 — KpuBble JuHMI TpeHIA CPEAHMX 3HAUCHHE 00IIero oobema mouek (cm3)
o Y3U y 200 nereti u mogpoctkoB ¢ AJIIBII (¢ yuetom pocra)

N3 200 y 19 (9,5%) mereit ¢ AAIIBII mo Y3U auarHOCTUpOBaHBI BHEMOYEUHBIE
€AMHUYHbIE KUCTHI (B MEUYEHH, MOMKEITYI0YHOMN >Kele3e, NUTOBUIAHON Keje3e, SMYHHUKaX,
sauukax, cenesenke), y 1 (0,5%) — Bpoxnennsii pudpo3 neuern ¢ CIIT.
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Y 42 npereii ¢ AJIIBIl wmpeHTHUIMPOBAHBI BapUaHThl TE€TEPO3UTOTHBIX MYTaIlUil
(Tab6mn.2) B renax PKDI (36) u PKD2 (6). U3 26 neteit ¢ oueHb panauM Hadajgom AJITIBIT
oOHapyXeHbl BapraHThl MyTanuii rena PKD1 y 23 (88,5%) u rena PKD2 y 3 (11,5%).

Tabnuua 2 — BapuaHThl reTepo3uroTHsIX MyTanuuii B reHax PKD1 u PKD?2
y 42 nereit u moapoctkoB ¢ AJIIIBIIT

IpoGany/cuéee BapuaHTBI reTepo3UroTHEIX MyTaluii B reHe PKD]1 | OuyeHE paHHee HAYAIO
("' paHee He OIMHCAHBI) AJINIBIT
1 ¢.4797C>A (p.Tyr1599Ter) +
2 ¢.5976_5978 del (p.Phe1992_Thr1993delins Leu) -
3 c.348_352 del (p.Asnl16Lysfs*2) s
4 c.7209+5G>A" -
5 ¢.689G>C (p.Cys230Ser) —
6 ¢.8917C>G (p.His2973Asp +
7 ¢.9859_9861del (p.Leu3287del) +
8 ¢.4070del (p.Leul357fs) +
9 ¢.5659A>T (p.Ile1887Phe) " +
10 ¢.5104A>G (p.Met1702Val) " +
11 ¢.11017-10C>A +
12 ¢.8293C>T (p.Arg2765Cys) +
13 c.10951G>A (p.Gly36518Ser) -
14 ¢.10942C>T (p.Pro3648Ser) ™ -
15 ¢.10942C>T (p.Pro3648Ser) " =
16 c.9575G>T (p.Ser31921le) " +
17 ¢.11613dupC (p.Glu3872fs) ™ +
18e ¢.11613dupC (p.Glu3872fs) " +
19 c.8311 G>A (p.Glu2771Lys) rs1057518897 +
20 ¢.12608_12635del (p.Argd203Profs*146) +
21 c.6684 C>G (p.Tyr2228%*) L
22 ¢.8353_8365delGGCAAGCGCTCGG (p.Gly27851s) -
23 c.12182_12186del (p.Alad4061 Valfs*94) +
24 c.971G>T (p.Arg324Leu) +
25 c.465_469del (p.Cys155Trpfs*22) +
26 c.11257C>G (p.Arg3753Gly) -
27 ¢.3785A>C (p.His1262Pro) e
28 ¢.3753del (p.Val1252Cysfs*21) -
29 c.11713-3C>G; rs754015180 ™ +
30 c.11457C>A (p.Tyr3819%) rs199476098 +
31 ¢.5014_5015delAG (p.Argl672fs) +
32 ¢.12182 12186del (p.Ala4061Valfs*94) +
33 ¢.11526G>C (p.Trp3842Cys) " +
34 ¢.9412 G>A (p.Val3138Met) +
35 ¢.2141T>C (p.Leu714Pro) " +
36 c.6341A>G (p.Tyr2114Cys) -
IIpoGanzg BapuaHTBI reTepo3UroThIX MyTaLnii B reve PKD2 OueHE paHHee HAYAIO
AJITIBII

37 ¢.843+1G>T -
38 ¢.1534G>T (p.Val512Phe) +
39 c.958C>T (p.Arg320%) 15749004212 +
40 c.764A>C (p.GIn255Pro) +
41 c.1043A>G (p.Tyr348Cys) —
42 c.1476_1477del(p.Leud93Glyfs*32) -
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Knunnuecknii penorun u renorun APIIBII y nereit

N3 300 y 33 (11%) nereit (26 npobannos, 7 cudcoB) u3 26 cemeii ycranosneH APIIBII,
cpenu Hux 15 (45,5%) manpuukoB u 18 (54,5%) neBouek B Bo3pacte oT 1 mecsina o 17 ner
11 mecsueB (7,2+5,4 ner). llpenaranbHo w3 33 mamuentoB ¢ APIIBIT y 18 (54,5%)
MOYEYHbIE KUCThl HE BU3YaJIM3UPOBAHbI; peHalbHOE MasioBoaue nepenecnu 17 (51,5%), us
HUX y S5 nuarHoctupoBad cuHapoM [lortep nipu poxaeHuu. YcTaHOBIEHBI U3 33 neteit y S
(15%) xmaccuueckas (1 rpynmna) u y 28 (85%) nerckas APIIBII ¢ ¢ubpo3om neuenu (2
rpynna). Cpennuii Bo3pact 5 pereid ¢ kiaccuueckodl APIIBII Ha MomeHT nepBoro
BBIABJICHHUS MOYCYHBIX KHCT cocTaBui 1,6+0,45 memenu, 28 merert ¢ agerckoit APIIBII ¢
¢bubpo3om meuenu 1,44+0,5 nmer. Knaccuueckas APIIBII y 5 nmereit xapakTepuszoBasiach
pEHAJIBHBIM MAaJIOBOJMEM IpeHaTalbHO, TsbKeNbM cunapomoM llorrep ¢ OIIIl mpu
POXKJICHHH, KHCTaMU B 00euX TMOoYKax U Hedpomeranueit, yBEeTWYECHHUEM KHBOTA U
renatoMmeranuei, Al, neTaapHbIM HcXonoM B Bo3pacte a0 1 roga. I[Ipu nerckoit APIIBII ¢
¢bubpozom meueHn y 28 neredl BBISBIEHBI peHambHOE MasioBoaue (42,9%), KUCTHI B
yBenuueHHbIX Toukax (100%), yBenmuenume oObema xkuBota (82%), Al (57,1%),
BpOXACHHBIH (Gudpo3 medenu (85,7%), pacmupenne BIDKIT (78,6%), KUCTO3 medeHH
(60,7%), cunnpom Kapomu (10,7%); CIII" (60,7%) ¢ BapHKO3HBIM pacUIMPEHHUEM BEH
MUIIEBO/IA U KENIYJIKa W/WIM MHUIIEBOAHO—KETYIOYHBIM KPOBOTEUCHHEM, U3 HUX B 52,9%
CJIy4aeB MPOBEJCHO TUTHpoBaHuE (Hr1eOIKTa3uil MUIIIEBOIA.

¥V 33 pereit ¢ APIIBII Ha MOMEHT IEpBOTO BBHISABJICHMS MOYCUYHBIX KHCT M IMOCTAaHOBKHU
IUarHo3a ycTaHoBJIeHO naBycTopoHHee yBenaumueHue OOIl (cm3) ¢ HempepbBHBIM H
3HAYUTEIBHBIM HapacTaHWEM IPU OTCYTCTBHHM 3HAYMMOTO M3MEHEHHUsS pa3Mepa MOYCUHBIX
KuCT (puc. 3, 4).

cpeAHUe 3HaYeHNsA NoYeyHbIX kucT y 33 aeteii u noapocTkoB ¢ APMNBIN

=== Linear (cpeaHne 3HaueHns noyeyHbIx kucT y 33 peteii n nogpoctkoB ¢ APTBIM)

Cpeamee suavernie pasvepa MK (viv)
aa
in

Bospacr jereii (rojaen)
PucyHnok 3 — YBenuueHue cpeHETO 3HAYCHUSI MAKCUMAIBHOU 0 pa3Mepy

novyeynoit kuctsl (MK, MM) o pesyasraram Y3U y 33 mereit u mogpoctros ¢ APIIBIT
(c yueToMm Bo3pacTa)



00

O6umii 06sem nouer (em3)

400

200

15

" Linear (cpepHue 3Hauenns OOI (cm3) no Y3U y 33 aeTeli n nogpoctkos ¢ APTIBN)

= = Linear (nuHns TpeHAa cpeaHux 3HaveHui OOM (cm3) no Y3U'y
18 neBouek ¢ APTBMN)

== Linear (MMHNSA TpeHAa cpeaHUxX 3Ha4YeHnin OOM (cm3) no
Y3y 15 manbuukos ¢ APTBI)

50-59 60-69 70-79 80-89 90-99 100-109  110-119 120129 130-139  140-149  150-159  160-16%9  or170

Jlmma tea / Poct (em)

Pucynok 4 — KpuBble nuHUI TpeHAa CpeHHX 3HAYCHWH oO0Iiero oobema mouek (cMm3) mo
pesyneratam Y3U y 33 neteii u monpoctkoB ¢ APIIBII (c yaerom pocra)

VY 16 nammentoB ¢ aerckoit APIIBII ¢ ¢ubpozom nedenn wuneHtudummponansl 31
BapuaHT MmyTtauuu rena PKHD1 (ta6n. 3): rerepo3urotnoit (30) u romo3urornoi™ (1).

Ta6nuua 3 — Bapuantst 30 retepo3uroTHsIxX U 1 ToMo3urotHoi*myranuu B reie PKHD 1
y 16 nereit ¢ nerckoit APIIBII ¢ pubGpo3om neuenu
ITpo6Gany / cube BapuanTsl mytannii B rene PKHDI ("paHee He oniicadbl)
1 c.107C>T (p. Thr36Met); ¢.5245G>T (p.Gly1749Cys) "
2 ¢.1486C>C/T (p.R496Ter ), ¢.5129C>C/T (p.Prol1710Lei) "
3 c.107C>T (p.Thr36Met); c.8492G>A (p.Arg2831Lys)
5 c.7717C>T (p.Arg2573Cys) *
6 c.107C>T (p.Thr36Met); ¢.6992T>A (p.11e2331Lys)
7 c.10444C>T (p.Arg3482Cys) " ; c.103G>A (p.Gly35Arg )"
8 c.107C>T (p.Thr36Met); c.664A>G (p.Ile222Val)
9 c.6731T>A (p.Leu2244His); ¢.1165A>C (p.Thr389Pro) "
10 c.6731T>A (p.Leu2244His); c.1165A>C (p.Thr389Pro) ™
11 ¢.8247G>C (p.Trp2749Cys)™; c.9071G>A (p.Cys3024Tyr)
12 c.8114del (p.Gly2705Valfs*11) rs774050795; c.2978 A>G
(p-His993 Arg) 1s786205582)™
13 c.107C>T (p.Thr36Met )rs137852944); ¢.6731T>A (p.Leu2244His)
14 c.6997-1G>A"; c.6731T>A (p.Leu2244His ) rs766291874 ™
15 c.664A>G (p.I1e222Val); ¢.10444C>T (p.Arg3482Cys) "
16 c.7264T>G (p.Cys2422Gly); ¢.275G>A (p.Arg92Gln)

Kaunnuecknii penorun u resorun I'KBII y nereit

N3 300 nanuenToB ¢ kucto3zamu novex y 12 (4%) (5 mansuukoB U 7 1€BOYEK) B BO3pacTe
ot 2,5 mecsiueB 10 17 ner (5,52+1,82rona) ycranosinen nuarno3 ['KBII. Cpennuii Bo3pact
Ha MOMEHT TIEPBOIO BBISBIICHMS MTOYEUHBIX KUCT y 12 aeteit coctaBui 2,07+1,41 roaa.

[loueunsrit

denotun ['KBII y 12 gereli XxapakTepw3oBajicsi JABYCTOPOHHHM
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CyOKOPTUKAJIBHBIM TJIOMEPYIOKUCTO30M (9), U3 HHUX THUIOIUIA3UpPOBaHHBIX (3) win
yBeIMYeHHBIX Touek (4), acummerpuerr OOIl (2); yparypueir (3), maraumypuein (2),
runoctenypuet u nomuypuent (2), Hedynkuaumonupyromed MKJII u cyOkopTHKaIbHBIMH
KHCTaMu KoHTpanarepanbHoi (3), cuaapom [lorrep (1), OIIII (3). Yecranosneno, uto y 8 u3
12 maumentoB ¢ I'’KBII oTcyTcTBOBajo 3HauMMoOe yBEIUYEHHE pa3Mepa (MM) MOYEUHBIX
kuct no Y3U.

Buenoueunsiii ¢enotun y 12 gereit ¢ ['KBII Bkitowan THIOMIa3uio/areHe3uIo
JOPCANIbHBIX ~ OTHEIOB  MOKENyIouHOM  xkenedbl  (3), runepmiukemuio  (2),
TUTIOMHCYTHHEMUIO (4), TumoMarHueMuro (5), kuctel B medeHu (1), suunuke (1) wm
IIUTOBUIHOM kemese (2).

Y 11 nereéi ¢ I'KBIl ycranoBieHbl T€HHass M XpOMOCOMHas marojiorus (tabn. 4):
mytauuu reia HNF1b (5), nurennas myramuss CLCNS u HNF1b nipu 6one3nu Dentl (1),
nenenus xpomocoMsl 17q12 ¢ 3axBatom rena HNF'1b (4), Tpucomust xpomocomsl 9 (1).

Tabnuna 4 — ['ennas u xpomocomuas naronorust y 11 gereit ¢ 'KBII

IIpo6ang Ten BapuaHThI aTOreHHBIX MyTallil (""paHee He ONIMCAHBI)
1 HNF1b | 17ql2del (1258684n.1.) ¢ 3axBatoM reHa HNF'I1b
2 HNF1b | c.373A>T (p.lle125Phe) "

PKD2 | c.144G>C (p.Glu48Asp)™

PKHD1 | c.217C>T (p.Arg73Trp) "

HNFI1b | 17ql2del (~125868411.H.):36486450-37745134 ™

HNF1b | c.748T>G (p.Tyr250Asp)

HNF1b | c.163G>T (p.Glu55Ter)"

HNFI1b | c.374T>C(p.1le125Thr) "

HNFI1b | c.3G>A (p.Metl)"

HNFI1b | 17q12del (180.1.):36099415-36099432 ™

HNFI1b | 17ql2del (~1.6Mb) ¢ 3axBarom 27 reHOB:36486698-38136480
Tprcomust XxpoMocoMbI 9, Mo3andHast opma (YpoBeHb MozauimaMa 30%).
Kapnmotuir: mos 47, XX, +9 [4]/46,XX[40]
FISH - Tpucomus XpoMOCOMBI 9
11 HNFI1b |c.1646G>A (p.Ser549Asn) "
CLCNS c.941C>G (p.Ser314Trp), X-LR (p.Ser314Leu) " remusurora

—
oL ||k W

VY 6 nmanueHToB yctaHoBiieHa cuHapoMaibHas ['KBII mpu nureHHod MyTanuu reHoB
CLCNS5 v HNF'1b nipu 6one3nu Dentl (1), npu Tpucomun xpomocomsl 9 (1), npu cunapome
neneruu 17q12 (4).

Knununuyeckuii ¢peHorun 1 reHorun HeppoHodpTH3a y AeTeid

N3 300 manuenToB ¢ kucto3amu mouyek y 13 (4,3%) nuarnHoctupoBaH HeppoHODTH3,
cpenu HUX 1 (7,7%) mansuuk u 12 (92,3%) geBouek B Bo3pacte oT 4 mecsues 10 17 ner 11
MecsneB (7,98+1,9nmer). Cpenuuii Bo3pact 13 geTeit Ha MOMEHT TMEPBOTO BBHISBICHUS
MOYEYHBIX KHUCT cocTaBui 4,77+1,84 roma, Ha MOMEHT JMAarHOCTUKUA HedpoHODTH3A
6,58+1,66 ner. Y 13 mamueHToB ¢ HEPPOHODTU30M HAa MOMEHT BBISBICHUS AUPPY3HBIX
MOYEYHBIX KUCT (3—8MM), pa3zMep MOYEUHBbIX KUCT B AuHamuke He G6onee 10mMm (Y3U), 15
MM (MPT). ¥V 13 nereii paHHUMH cUMITOMaMu HHPAHTUIBLHOTO (6), HOBEHUIHLHOTO (6),
no3aaero (1) mepponodTusa seiusmch anemus (13), momuypus (6), momumuncus (3),
runoctenypus (7). [loueunsiii penorun nupanTmibHOTO HEPPOHODTH3A XAPAKTEPUZOBAIICS
cuaapomoM Ilorrep ¢ OIIIT (1), runepaxoreHHocThIO, cHIKeHHEM KM/ mapenxumsl (6),
yBenuueHueM (5), ymenbiienuem (1) mouek, anemueit (4); 1OBEHWIHLHOTO: TUIIOCTEHYpPHUEH
(6), mnomuypueit (5), runeps3xkoreHHocThio, CcHkeHneM KMJ[ mnapenxumsr (6),
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yMmeHbllieHueM (4), yBenuueHueMm (2) mouek, anemueit (6); mo3aueit (1): runocrenypuei,
NoJuypuel, yBeTUYEHHEM Iouek, aHeMmued. BHemodeunslit ¢enotun y 13 manueHTOB
XapaKTepHU30Bajcs maTojorueu mas (4): amaBpo3 Jlebepa (1), makynoauctpodus ceTuyaTKu
(1), pacxomsmieecss kocornasue (2), TOPU3OHTaNbHBIM HHUCTarM (2), acturmarusm (2);
JTUArHOCTUPOBaHbl KpaHuocteHo3 (1), armmasusa (1) m runorutaszus (1) 12 map peGep,
cakpamuzaruss LS5 (1), ckommo3 (1); aHomammst mpukyca (2); MEHHHTOMHUEIOIETE,
runoruiazus mo3zxkeuka (1), ruapornedamms (1); BIIC (2); BpoxaeHHwii ¢ubdpos (1),
nosukucTo3 (1) nedeHu; IByCTOpOHHSSA Tyroyxocts (1).

VY 8 nereit ¢ HehpOHOPTU30M BBISIBICHBI MyTaIlUH T€HOB, JCJICIUA XpOoMOcoM (Taldi. 5).
Y 2 u3 13 mamueHToOB ycTaHOBJIEHBI HePpoHO(DTU3—CBA3aHHBIE CHHIpPOMBI Senior—Loken6
BcneacTBue aeneunu 12q c 3axBarom reHa CEP290 (1), Meckel-Gruber4 BcienctBue
mytauuii rena CEP290 (1).

Tabnuua 5 — BapuaHThl FeHHBIX 1 XPOMOCOMHBIX MyTaluil y 8 nere ¢ HeppoHO(DTUZOM

Ipo6an /cuGce * BapuaHThI NaToreHHBIX MyTanuiil ("'paHee He oI CAHBI)
1 c.2978dupT (p.Leu993fs)"; ¢.4159dupA (p.Ser1387fs)
koMnay Hji—rerepo3urotHasd (CEP290)
2 c.760A>T (p.Thr254Ser); c.4237G>C (p.Aspl1413His)
KoMnayHa—TrereposurorsHas (CEP290)
3 c.1078G>C (p.Ala360Pro) "; c.907-127A>C"

KoMTTay H—TeTepozuroTHas (INVS)

4 c.1843(p.Cys615Arg) romozurorHast (TMEM67 )

5 roMo3urotHas gernenwst 12q21 (¢ 3axsarom CEP290)™

6 TOMO3HUIOTHas renenud 2q (¢ 3axsaroMm resa NPHPI)

7 TOMO3HWTIOoTHas jgenernms 2q (c 3axegarom rena NPHPI)

Qe romozurotHas jgernerms 2qdel (~115Kb): 110097497-110212771

(c 3axBaroMm reHa NPHFP/)

Kinnnyecknii peHorun oqgHocTtopoHHeld HepyHkunonupyomein MK/II y nereit

N3 300 nauuentoB ¢ kucrozamu nouek y 37 (12,3%) B Bo3pacte ot 4 mecsueB A0 17 net
(5,43+0,8neT) auarHoctupoBaHa HepyHkuuonupyromas MK, u3 vux y 3 (8,1%) B
couetanuu ¢ I'Kb kontpanarepanbnoii. 3 37 y 18 (48,6%) nereit quarnoctupoBaHa jieBas,
y 19 (51,4%) mpaBas MKII. U3 37 nmereii ¢ MKJIII Maip4MKoB IOCTOBEPHO OOJIBIIE
(29/78,4%), uem neBouek (8/21,6%). 13 37 B 12 (32,4%) cembsix aHaMHE3 OTATOIIEH: B 7
(18,9%) xucto3 mouek, B 3 (8,1%) aHomanuu mouek (areHesus, TUAPOHEPPO3, YABOCHUE,
runomiasus), B 2 (5,4%) XbII.

VY 34 (91,9%) u3 37 nereil OMHOCTOPOHHUE KUCTHI B MAPEHXUME IOYKU BBISBIEHBI MIPU
¥Y3U npenaranbHo, y 3 (8,1%) B Bo3pacte 10 1 roga. Cpennuii Bo3pacT AeTeil HA MOMEHT
IIEPBOTO BBISBICHUS OJHOCTOPOHHUX MOYEYHbIX KUCT npu Y3U cocraBun 2,04+0,72
Mecsia, Ha mMoMeHT auarHoctuku MKJIIT 3,89+0,59 mecsneB. PenanbHOE MaioBoame
yctaHoBieHo B 3 caydasx, OIIIl B omnom. VY 37 nereit ¢ MKII nmo pesynsraram Y3U
orcyrctBytoT UJIC (100%) u xpoBoTok (89,2%), B 10,8% BBISIBIECHBI €AMHUYHBIC YIACTKU
MapeHXHUMBbI, UMEIOIINE PE3KO OCIa0NeHHBIH XaoTUYHBIN KpoBOoTOK. M3 37 nereit ¢ MKII
BBISIBJICHBI KUCTHI B IIUTOBUIHOM kelese B 2,7%, B nerkux B 2,7%. Al' y 4 (10,8%).

Y 37 gpereit ¢ MKAIl Beigenenst 8 (21,6%) B Bo3pacte 4-12 ner c
HedpoyperepakTtomueir (1 rpymnma) u 29 (78,4%) B Bo3pacte 4 mecsma—17 ner 6e3
Hedpoyperepskromun (2 rpynma). Y 8 (21,6%) u3 37 nereii ¢ MKJIIT mo Y3U B Bo3pacte
MeHee 6 JIeT BU3yaJM3UPOBAaHbI €AMHHYHBbIE Melikhue (MeHee 10MM) KUCTBI B MapeHXHUMeE
KOHTpaJsiaTepaibHOU nmouku (4 nereit u3 1 rpynmsl, 4 U3 2 rpymnmsl).
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VY 5 u3 8 mereit 1 rpynmbl AMarHOCTUPOBAHO YBEIWYEHHE O00beMa KOHTpajaTepabHOM
nouku 1o Y3U; ymenblieHue y 2 ¢ He(poCKIEpO30M U KHCTO30M B BO3pacTe 5 JIeT U 6 JIeT,
COOTBETCTBEHHO. Bo 2 rpymnme u3 29 nereii yBenuueHue ooObeMa KOHTpajlaTepaIbHON MOUYKU
BbIsiBIEHO ¥y 1 (3,5%) npu poxnenun, y 10 (45,5%) u3 22 nereit B Bo3pacte 2 JET;
ymenbienue y 19 (65,5%) u'y 7 (31,8%), COOTBETCTBEHHO; MHBONIOIUS (YMEHbBIIICHHE
oobema) MKII npu poxxnenuu (3,5%), x 2 ronam (59,1%).

VY 18 (48,6%) uz 37 pereit ¢ ocnoxknennoit MK/IIT nmo Y3U BeisiBieHBI TUAPOHEDPO3,
ypereporuaponedpo3, wmerayperep, I[IMP, runommasusi, KuUCTO3, CTEHO3 apTEpUHU
KOHTpajarepaibHod mouku. Y 15 u3 37 nereit ¢ ocnoxuHenHo MKJIII BHemoueuHbIi
(dbeHoTHUNT XapaKTepU30BaJCs MaTOJOTUEH Ma3: Kocornazue (2), TOpu30HTANIbHBIA HUCTarM
(2), xomoboma AMCKOB 3pUTENBHBIX HEPBOB (2), xopuopetuHUT (1), mporpeccupyromas
muoniua (1), runmepmerporusi Bbicokoi cteneHu (1); Spina bifida (2); BIIC (2);
TYTOYXOCThbIO (2), HHMCTONHEN fA4YEeeK peleTyarod KOCTU M JBYCTOPOHHHUM CYKECHHEM
HOCOBBIX X0710B (1); momoBeIX opraHoB (1).

Pazpaborana cucremaruka Heynkiuonupytomen MK/II y nereii (tad:m. 6).

Tabnuna 6 — Cucremaruka He(YHKIMOHUPYIOLIEH MYIBTUKACTO3HON TUCIUIA3UU MTOYKH
y AeTen

K.J'[I/IHI/IKO-MOII)(l)OJ'IOFI/I‘IeCKI/Ie (l)eHOTI/IHI)I I\/IyJIbTI/IKI/ICTOSHOﬁ JUCILIJIA3HNA ITOYKH

OJTHOCTOPOHHSSA
JTBY CTOPOMHSS
CerMeHTapHas — CeTMEHT YIBOCHHOM MITH IO IKOBOOOPa3HOM IOYKHI

IpocTasa — OJHOCTOPOHHAA 0e3 anoMamii Pa3BUTHU KOHPpaHaTepaHBHOfI IIOYKH H
MOYCBBIX HyTeﬁ, IIOJIOBBIX OpI'aHOB

OCJIOXKHCHHAA — OJHOCTOPOHIIA ¢ aHOMAJIHAMM IIOJIOBLIX OPTaHOB, KOHTpEIJ'I&TBpElJ'IBHOfI
ITOYKH WX JIBYCTOPOHHAA C SKCTpapCHAJIbHBIMH AHOMAJIHAMNA

M30JIMpOBaAHHAA
CHUHJAPOMaJIbHAsL

THUIWUYHAS — [IAPEHXUMA TTOITHOCTHIO 3aMeIeHa KUCTAMU, MEX/[y KOTOPBIMHA OTCYTCTBYET
KPOBOTOK

CONUJHAY — B JIACIUIACTUYHOUN TAapeHXuMe MeXJy MEIKUMH KHCTAaMU TIPUCYTCTBYET
peyIIMPOBAaHHBIA KPOBOTOK

ruipoHedpoTHIecKasl — BU3yaTH3UPYETCs 3HAUUTEIFHOE PacIIIPEHNE JTIOXaHKH

C MHBOIOIMEN MYIIBTUKACTO3HO 1moukn (Potter [IB i) — yMeHbImeHne pazMepoB 1o
IIOJTHOTO CKIIEPO3UPOBAHHS,
6e3 MHBOIOIMH MYJIBTUKNCTO3HOM noukH (Potter I1A Twr)

C Pa3BUTHEM KOMIIEHCATOPHON THIIEpTPOPUN KOHTpAJIATEPAIBHON ITOUKH
0e3 KOMIIEHCATOPHOM THHEPTPO(hHH KOHTpaJlaTepaabHON OYKH

110 (PYHKITUM KOHTpallarepalIbHOHN MOUKH:

OCTpOE HOBPEKJEHUE 1LI0YeK

XpoHH4ecKasd OoNe3Hb II0YeK ¢ HOPMAalbHOII CKOPOCTBHIO KIyOOUKOBOI (PUIIBTpalii
KOHTpaJarepalbHOW IOYKM, CO CHIDKEHHOI CKOPOCTBHIO KIIyOOUKOBOM (MIIBTpAIlU
KOHTpaIaTepalbHON ITOYKH

HNaenTudunmpoBanHble MyTAIIHI T€HOB MPH MYJIbTHKHCTO3HOM U CIJIA3ZHH MOYKH
PAX2 (chr:10g24.31), HNF1b (chr:17q12), CHD7 (chr:8q12.2), LHX1 (chr:17q12),
CDCSL (chr:6p21.1), USF2(chr:19¢q13.12), UPK3A (chr:22q13.31),
NPHP3(chr:3g22.1), TP63 (3g28), SALLI(chr:16q12.1)
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U3 37 nereit ¢ nepynkunonupyromeit MKIII Beigenenst y 19 (51,4%) npocras, y 18
(48,6%) ocnoxxuennas, y 34 (91,9%) uzonuposannas, y 3 (8,1%) cunapomanbHas GOpMBI.

Y 3 mpobanmoB yctaHoBieHa cuHApoManbHas MKJIII B cTpykType CHHAPOMOB
CHARGE (myranusa CHD7; c.469C>T, pArgl57*), Papillo-renal (myrauus PAX2; TVS6-
1G>C), nenenun 17q12 ¢ moMepynoKrcTO30M KOHTpalaTepabHOM.

Kiannu4vecknii (peHOTHII M TEHOTHII KHCTO32 MOYEK NMPHU Ty0OepO3HOM CKJIepo3e

N3 300 nanuentoB ¢ KBIT y 6 (2%) B Bo3pacte 1 — 14 net (7,5+2,4 net) 10 BbISBICHUS
MOYEYHbIX KUCT 1o Y3U ycTaHOBIIEH TyOEpO3HBIM CKJIEpO3 BCIEACTBHE MYTallM B reHax
(tabn. 7) TSCI(1) m TSC?2 (5), xapakTepu3yromuiics: poKaabHOW 3aThIIOYHOMN SMHUIICTICHEH,

CYIOPOKHBIM CHUHJIPOMOM, KOPKOBBIMHU TyOepamu, cyOsneHANMAIbHBIMU
TUTAHTOKJIETOYHBIMU  aCTPOLMTOMAaMHU  OOKOBBIX  JKEIYAOYKOB TOJIOBHOTO  MO3ra,
pabgoMHOMaMu  cepjlla,  TUMONMUTMEHTAIlME W  TUNEPIUTMEHTAllMed  KOXH,

MHO)KECTBEHHBIMH TaMapTOMaMH CETYaTKHU, KOcorjia3ueM, aHruopubpoMamMu JIHIIA,
OKOJIOHOTTEBBIMH U JIeCHEBbIMU (uOpomamu. Y 3 manpuukoB U 3 neBouek ¢ TC moueyHsie
KHUCTHI BbIsIBIIEHBI IO Y3 B Bo3pacte 1 Mecsau—8 ner.

Tabnuua 7 — BapuaHTsl reTepo3uroTHsIx MyTanuii B reHax 7SCI u TSC2
y 6 nereni ¢ KbII npu TC

XapaKTepHCTHKA BAPHAHTOB IeTEPO3HTOTHBIX MY TATIHI
B reHax 7SC1 u TSC2 ("paHee He onMCaHbI)

1 c.138+1G>A, de novo (TSC2)

2 ¢.5136_5141del6, de novo (del7SC2)

3 c. 5138_5142del5, de novo (delTSC2)

4 135772990:NM_000368:exon21:¢.2632_2633 insT:p.E878fs,
de novo (TSCI")

¢. 5130_5141dell12, de novo (del7SC2)

c.1052A>G (p.Lys351Arg), (TSC2™)

IIpo6ann

QNN

B 5 u3 6 cemeit unentudunupoBana myrtainus de novo y mpoOaHmoB, B 1 cembe
MOJITBEPIK/ICHO HaclenoBanue mytamuu reHa 7.SC2 mpoOaHoM OT OTIIa, UMEIOIIETO KUCTY
nouku. [Toueunsiit penorun y 6 nereri ¢ TC xapakrepuzoBaiics yBenuuenuem OOII (6) c
MHOKeCcTBeHHbIMU kucTamMu 10—40MM (u Oonee), nuddy3ubiMu (5) npu MyTauusx reHa
ISC2 wm cy6xoprukampHbiMu (1) mpu wmyramum rteHa 7SCI, coueTaHHEM KHUCT C
anruomuonunomamu 2—29mm (3), ¢ kapuunomoii (1). ¥ 2 nereit ¢ TC B rpyaHom Bo3pacte
nuarHoctupoBana Al

®enorun u renorun KBII npu oppaHubIX CHHAPOMAX Y AeTeil

N3 300 mammentoB y 12 (4%) wmaentudunupoBansl KBII B crpykrype opdanHbIx
HACJIE/ICTBEHHBIX CHHAPOMOB BCJIEJICTBUE MYTAlMi B reHaX U XPOMOCOMHOM MaTOJOTHH.

N3 12 mnpoGangoB KBII auarHoctupoBanbl y 3 BCIEACTBHE MyTallMd T'€HOB:
Hepporodtuz—cesizanubiii  Meckel-Gruberd (CEP290), MKIII ¢ ¢dyHKIMOHUpYOIIEH
koHTpanarepanbHoii npu CHARGE (CHD7), MK/IlI u cTeHo3 moOueyHOM apTepuu
KoHTpanarepanbHoi Tipu Papillo—renal (PAX2); y 7 npu xpomocomuoi maronoruu: ['KBII
BcaeacTBue aenennu 17q12 ¢ 3axBatom rena HNF1b (cuaapom neneruu 17q12), MKIIT u
IJIOMEPYJIOKHCTO3 KOHTpaslaTepalibHOM Mpu Aenennn xpomocomsl 17ql2 ¢ 3axBarom reHa
HNF1b (cungpom npeneumu 17ql12), TKBIT ¢ kucto3zom meuenu npu aeneruu 17ql2 c
3axBarom reHa HNFI1b (cungpom neneruu 17ql12), HedpoHODTH3—CBA3aHHBIN Senior—
Loken6 mnpu nemenmm 12q21 c¢ 3axBatom rena CEP290, TKBIl ¢ runommasueit



20

MO/IKETYI0YHOM kKene3bl BeaeacTBue aeneunu 17ql2 ¢ 3axBarom rena HNF1b (cunapom
neneruu 17q12), I'KBII npu mo3amunoit Tpucomun xpomocombl 9, KBII Bcienctue de
novo Jienenun kopoTkoro rmieda xpomocombl 12; I'KBII Bcnencteue myranun rena HNF1b
y marueHTta ¢ 6one3nbpio Dentl BcaeactBue mytarnuu rena CLCNS (AureHHas MyTaiusi);
KBIl y mnamuenta c¢ cungpomoMm Beckwith — Wiedemann BcinenctBue HapyuieHus
metunupoBanust KvLQOT / LITI.
IHoyeynas pyHKuMsA U BbIKHBaeMocTh y aereid ¢ AJIIIBIT

Y 190 nereit ¢ AIIIBII B Bo3pacte Gonee 2 ner (14,243,751eT) NUarHOCTUPOBAHBI
craauu XbBII (puc. 5): C1 (92%), C2 (5%), C3 (2%), C4 (0,5%), C5 (0,5%). U3 35 nereii ¢
oueHb panHuM HadaioM AJIITIBII B Bo3pacte Gonee 2 net (7,4+4,11eT) crpatuduupoBaHbl
craguu XbII: C1 (80%), C2 (11,4%), C3 (8,6%). N3 10 nereii B Bo3pacte MeHee 2 JIET C
AIIIBIIL, y 9 xoncrarupoBana XbIIC1 ¢ HopmansHOM CK®, y ManueHTKu ¢ O4eHb PAHHUM
Hauanom AJIIIBIT — cunapom Ilotrep c¢ OIIIL. M3 200 nereit xoHctatupoano 2 (1%)
netanbHbIX ucxona: mpu OIIII B 2 Mecsma ¢ ouens panHuM Hadanom AJIIIBII (1), ucxon B
tepmuHanbHyto XbII B 17 net (1). 13 36 nereii ¢ AJIIBII BcnencTBue myranuu rena PKD1
XBIIC1 ¢ nopmanwHoit CK® (80,6%), C2 (13,8%), C3 (5,6%); 6 nereit ¢ AIIIBII
Bciencteue mytaiuu rena PKD2 XBIIC1 ¢ nopmanbHoit CKO®.

100% oa, & & .-

Cl (n=175) — ¢ ¢ —t—
&
o
C2 (n=9) E osa
C3 (n=4) H
2
= C4 (n=1) g
G ) 2 85%
80%
75%
92% T0%
0 5 10 15 20
Ilepuoa nadmoaenus, ter
Pucynok 5 — Crparudukanus tsoxectu XbI1 Pucynox 6 - BepositHOCTB [IOYEYHOU
y 190 nereii B Bo3pacte Oonee 2 net ¢ AAIIBIT BbDKMBaeMocTn 1o Mertoxy E.Kaplan — P.Meier

(1958) y 200 nmereit ¢ AAIIBIT

BeposiTHOCTh MOYe4HOU BhDKMBAEMOCTU |1—neTHel, S—ietHel, 10—netHeit, 15—neTHen u
17-nerneit y manuentoB ¢ AJIIIBITI cocrtaBuma 99,5%, 99,5%, 99,5%, 99,5%, 99%,
COOTBETCTBEHHO (puc. 6).

IHoyeynass pyHKuMA U BbIKHBaeMocTh y aereid ¢ APIIBIT

N3 33 mauuentoB ¢ APIIBII y 6 nuarnoctupoBano OIIII, u3 HuX y 5 ¢ kinaccuyeckoin
APIIBIT u cungpomom Ilorrep, OIIII mepcuctupyromee Oonee 4 Henenb. Y MAIMEHTKU C
nerckoit APIIBIT ¢ ¢ubpozom neuenu BoisiBiaeHo OINIl Ha done BupycHO MHpeKuUU B
Bo3pacte 13 ner ¢ nporpeccupoBanuem XbII B C4 x 14 rogam.

Crparuduxamust craguit XbII (puc. 7) nposenena y 28 nmereii ¢ merckoit APIIBIT B
Bo3pacte Oouee 2 et (8,3+4,9net): XBIICI (10,7%), XbIT C2-5 (89,3%). U3 33 nereit y 5
(15%) c xnaccuueckoit APIIBII koHCcTaTHpoBaH JieTalbHBIA UCXO B TPYAHOM Bo3pacTte. Y
28 nereit ¢ perckoit APIIBII oTcyrcTBOBanmM netanbHbie UcXoabl. CTpaTuduKaIus cTaaui
XBII npoBenena y 16 nauuentoB B Bo3pacte 6omnee 2 net ¢ aerckoi APIIBII Bciencreue
mytaruii reHa PKHD 1: XBIIC1 ¢ HopmansHoit CK® (3), C2 (6), C3 (5), C4 (2).
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BeposiTHOCTh MOU€YHOU BhKUBAEMOCTH |-—JeTHel, S—neTHel, 10—netneit, 15—neTHet u
17-nerneit y 33 nereii ¢ APIIBII (puc. 8).

3.6% 100%

10.7% Cl (n=3) ’-»91
£
- =
C2 (n=12) ,é o5t
C3 (n=8) H
g o
u (4 (n=4) -E
:2
mCS =1 85% | &
80% l_.
28.6% 42.9%
75%
0%
0 5 10 15 20
Iepuoa nadmogenus, aet
Pucynok 7 — Crparuduxanus tsokectu XbBII y 28  Pucynox 8 - BepositHOCTB MIOYCYHOU
nereit B Bogpacte Ooinee 2 net ¢ APIIBIT BeDKMBaeMoctn mo Merony E.Kaplan — P.Meier

(1958) y 33 nereii ¢ APIIBIT

BepostHOCTh MOYeUHOU BhDKMBAaeMOCTH |—neTHen, S—ietHel, 10—netHet, 15—neTHen n
17-nerneit y mnanuentoB ¢ APIIBII cocraBuma 85%, 85%, 82%, 82%, 79%,
COOTBETCTBEHHO. BEepOsATHOCTH NOYEUHON BBIKMBAEMOCTU |—JieTHEH, S—eTHel, 10—neTHeH,
15—netneit u 17-nerneit y gereit ¢ AAIIBII (200) u APIIBII (33) umeet paznuuus (puc. 9).

=*= BepoATHOCTbL NoyeyHoI BbhkuBaemocTH y 200 geteit ¢ AQNBM 100%
BeposATHOCTb NoYey4Hoi BbikmuBaemocTyn y 33 peten ¢ APNBIN

Yo
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95%

95%

+
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+
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906e

KoandecTso naunentos, %

85%

]. 30%
80% |

75%

Komiec rBo nauneHTos,

5%

e

70%
0 5 10 15 20 Tlepnoy wabmogenns, Jev

Tepnoa Had ogenns, JeT

Pucynok 9 — BepostHocTs modewyHoii BepknBaeMocth PucyHoxk 10 — BepostHocTh movedHOM

mo merony E.Kaplan — P.Meier (1958) y 200 meteit ¢ BbpkMBaeMocTH mo Metoay E.Kaplan — P.Meier

AJIIIBIT u 33 nereit ¢ APIIBIL (1958) y 12 gereii ¢ TIOMEpPYIOKHCTO3HOMN
00JIE3HBIO TIOUEK

Ioueunas ¢pyHkuusa u BbikuBaemMocts y Aereii ¢ 'KBII
BrisBnensr ocobennoctu nporpeccupoBanust XbII y 12 nmereit ¢ I'KBII, u3 Hux y 4 B
BO3pacTe MeHee 2 JieT, y 8 B Bo3pacte Oosiee 2 neT. Y 3 u3 4 nereil B Bo3pacTe MeHee 2 JeT
orMeueHo cHukeHne CK®, n3 Hux y HoBopoxaeHHou c¢ I'KBIl (HNFI1b), cunapomom
[TotTep, OIIIT npoBoammace 3IIT. ¥V nmaunentku 2,5mecsien ¢ ['KBIT (del17q12 c 3axBarom
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rena FHNFIb) ycranoBmena XBII ¢ mopmambroii CK® (63m/mun/1,73m%). Ilpu
ctparudukanuu Tspkectd XbBII y 8 mammentoB ¢ I'KBII B Bo3pacte Oonee 2 mer
(8,0£2,27net); xoucrarupoBana XbIIC1 (1), XBIIC2 (6), XBIIC4 (1). JleTanpHbIE UCXOIBI
cpenu naruenToB ¢ I'KBII 3a nepuon HabmroAeHUsT OTCYTCTBOBAIU. BEeposTHOCTh OUEUHOM
BBDKMBAaeMOCTH |—ietHel, S—nerHed, 10-mernen, 15—nerneit m 17-nmerneit y 12 gerei c
I'KBIT cocraBuna 91,7% (puc. 10).
IHoyeyHnast pyHKIUMA U BLIKMBAEMOCTh y AeTell ¢ HeppoHoTHIOM

N3 13 nanuenToB ¢ HedpoHopTH3OoM y 3 B Bo3pacte MeHee 2 yieT cHmkeHa CKD. YV
HOBOpokJIeHHOM cuHapoM [lortep, OIIII, nauara 3IIT, ucxoxn neransHbi B Bo3pacTe 4,5
MecsieB. Y IpoOaHI0B TPYIHOTO BO3pacTa ¢ HHPAHTHIBHBIM HEQPPOHOPTH3OM BCIIECTBUE
mytauuu resa CEP290 (1) u rena INVS (1) camxena CK®. [Ipu crpatndukanuu TsHKeCTH
XBIT y 10 gereii ¢ HeppoHnodTHzoM B Bo3pacte 6omee 2 aet (10,19+1,94ner) yctaHoBlIeHa
XBIIC2 (1), C3 (4), C4 (2), C5 (3). YV nmanumenTtok B Bozpacte 12,5+0,35met ¢ XBIICS 31T
MeronoM auanu3a (3), U3 HUX C TpaHCIUIAHTAlMe€d U S—JIETHEW BBDKUBAEMOCTBIO
TpaHcrianTara (2).

BeposiTHOCTh MOYe4HOM BhDKMBaeMOCTU 1—neTHel, S—etHel, 10—netHet, 15—neTHel u
17-nerneit y mamueHToB ¢ HeppoHOopTH3OM cocTaBuna 92%, 92%, 92%, 77%, 77%,
COOTBETCTBEHHO (puc. 11).
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-
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Hepuon nadmogenus, et Tlepuon nabmogermst, Jet
Pucynok 11 — BeposiTHOCTh TTOYEUHON Pucynox 12 — BeposTHOCTh 1OYedHOM
BbDKMBaeMocTH 1o mertoay E.Kaplan — P.Meier BBEDKHMBaeMocTH 1o Metony E.Kaplan — P.Meier
(1958) y 13 mereii ¢ HeppoHodhTHIOM (1958) y 37 nereii ¢ onnocroponneit MK/

IHoyeyHnast pyHKUMA U BBIZKHBAEMOCTh KOHTPAJIATEPAJIbHOM NOYKH
y nereii ¢ MKJII

[Tpu nedynxkumonupyromerd MKJII y nereit oneHeHa (yHKIMS KOHTpanarepaaibHOU
nouku, u3 37 y 18 (48,6%) umeronias naronoruto. [Iposeaena crparudukanus ctaauii XbI1
y 21 mammenta ¢ MKJII B Bo3pacte Gonee 2 metr (7,72+0,45nmet), u3 Hux XBIICly 9
(42,9%), C2 y 6 (28,6%), C3 y 5 (23,8%), C5 (4,7%). He BbIsIBICHO 3HAYUMBIX Pa3IU4Hil B
ctparudukauuu craguit XbII y nereit ¢ u 6e3 Heppoypetrepakromuu (p>0,05).

N3 16 nereit ¢ MKII B Bo3pacte Menee 2 ner umenu HopMmainbHyro CK®D (14),
caumxenue CK® (2). Bce nmamuentsl (14) co cumxenuem CK® umMenu OCIOXKHEHHYIO
MKJII ¢ maronorueit KOHTpaJIaTepaIbHOM.

BeposiTHOCTh BBIKMBAEMOCTH KOHTpaiarepajibHOM MMOYKUA 1-JeTHeu, S—nerneit, 10—
netHelt y pereir ¢ ogHopoctoponneir MKJII cocraBuna 100%, 15 — nerneit 97,3% (puc.
12). OtcyrcTBOBaNN J€TaNbHbIE UCXO/bI Y 37 nerelt ¢ ogHoctopoHHern MK/IIT.
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IMovyeunasi pyHKIUA ¥ BLKUBAEMOCTD Yy JieTell NpH Ty0OepO3HOM CKJIepo3e
N3 6 manmentoB ¢ TC, y mamuenta B Bo3pacte 1 roma mmarHoctupoBaHa XbBII c
HopmanpHOii CK® (94mn/mun/1,73M°). Y 5 mHamueHTOB B Bo3pacte Oomee 2 IeT
(8,8£2,41net) ¢ KBII npu TC mpoenena crparudukanus craguit XbII: C1(3), C2(2).
BeposTHOCTh MOYEYHOM BBIKHBAEMOCTH |—JieTHel, S—ietHed, 10-mernent, 14-netHenn y
neteit ¢ KBII mpu TC cocrasuiia 100% (puc. 13).

=#=MpK accoLnaumu
¢ cuHapomamm (12)

=#=Ge3 accounaumm
¢ cMHapomamu (288)
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Pucynox 13 — BeposATHOCTh MNOYEUHOM Pucynok 14 — BeposATHOCTh IOYEUHOH BBDKHBAEMOCTH

BEDKMBaeMOCTH 10 Mmertony E.Kaplan —
PMeier (1958) y 6 nmereit ¢ kucTo3HOU
Oone3Hpl0  MOYeK Ipu  TyOepo3HOM
CKJIepo3e

mo wmeromy E.Kaplan — P.Meier (1958) y nmereit ¢
KACTO3HOW OOJE3HbIO TOYEeK TMpU AacCOLHUAlUU ¢
opdaHHBIMU Hacle/ICTBEeHHbIMU cuHapoMamu (12) u Ge3
acconuaiuu ¢ cuHapoMamu (288)

IHoyeunas GyHKUUSA ¥ BBIZKUBAEMOCTD y JieTell ¢ Op(PpaHHBIMHU HACJIeACTBEHHbIMHU
CHHIPOMAMMU MPHU MYTAIUAX B FeHAX U XPOMOCOMHOI MAaTOJIOTUH

N3 12 pereit ¢ KBII npu opdaHHBIX HACIEICTBEHHBIX CHHIPOMAaxX BCIECACTBHE
MAaTOTEHHBIX MYyTalluii B T€HaX M XPOMOCOMHOM MAaTOJIOTMM HAa MOMEHT HCCJICIOBAaHUS 8
MalMEeHTOB — B Bo3pacTte Oosiee 2 JeT U 4 naieHTa — B BO3pacTe MeHee 2 JIeT.

N3 4 npoban 0B B Bo3pacTe MeHee 2 JIET y 2 AeBOYEK C CHHIPOM JACICIIUH XPOMOCOMBI
17q12 c 3axBatom reHa HNFIb B Bo3pacte 2,5MecsieB u 7 mecsieB, HopmanbHass CKO
(63mn/mun/1,73M°) 1 cHikerna (20M/mMun/1,73M°); y I€BOUKH 4 MECSAIEB C CHHAPOMOM
Meckel-Gruber4 — OIIII ¢ ucxomom B TepmuHaibHYI0 ctaauto XbII, neransHbiil ucxon B
Bo3pacte 4,5mecsues; y Maiasunka ¢ cuaapomoM CHARGE B Bospacte 1 roma XBII co
camxerneM CK® (58vm/mun/1.73m7). JleBouke 17 mer ¢ cumapomom Papillo—renal
BBITIOJTHEHA POICTBEHHAS TPAHCIIJIAHTAIIMS TOYKH B 13 J1eT.

BeposiTHOCTh MOYeYHOM BbDKMBaeMOCTHU 1—iieTHell, S—netneil, 10—nerneit, 15—neTHen,
17-nerneit y 12 manuentoB ¢ KBII mpu opdanubix cunapomax u y 288 manueHToB 0e3
accoruanuu ¢ op(aHHBIMH HACIEJACTBEHHBIMU CHHApoMaMu cocTtaBwiu 91,6%, 91,6%,
91,6%, 83,3%, 83,3% u 98,3%, 97,9%, 97,9%, 96,9%, 96,5%, coorBercTBeHHO (puc. 14).

VY nereir ¢ KBII mpu acconmanuu ¢ HaACIEACTBEHHBIMU CHHJAPOMAaMH BEPOSITHOCTH
MOYEYHOM BbDKMBaeMoCTH 15—netHeit u 17-netnent Huxe, yem npu KBII 6e3 acconmaruu ¢
HacJIeICTBEHHBIMU cuHIpoMaMu (p<0,05).

Ipu crparudukanuy craguit XBII momyuens: gocToepHsie pasmauns (- 99,9%) y 254
nereit B Bo3pacte Oonee 2 ser ¢ HaciuenactBeHHbiMH KBIT 6e3 accommammu ¢
HaciencTBeHHbIMU cuHApoMamu yctaHoBieHa XBIIC1 (¢ nopmanbhoit CK®) B 74,8%
(190), C2 B 12,9% (33), C3 B 7,9% (20), C4 B 2,4% (6), C5 B 2% (5), y 8 nereii B Bo3pacte
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6onee 2 net ¢ KBII mpu acconmanuu ¢ opdaHHBIME HACIIECACTBEHHBIMA CHHIIPOMAaMHU MPU
MaTOTEHHBIX MYyTallMsIX B TeHax W xpoMocoMHo# maromoruu XBIIC1 (2), C2(2), C3(1),
C4(2), C5(1).
[IpeaMKTUBHOCTDH M NMEPCOHATM3MPOBAHHBIN MOAX0 K BeJeHHIO MAIEHTOB €
HacaeacrsennbiMu KBII B neTrckom Bo3pacre

Hamu onucanbl ocobeHHOCTH (DEHOTHIA, MyTallMi TEHOB U XPOMOCOMHOM MaTOJIOTUH Y
87 mamuentoB ¢ HacieacTBeHHbIMU KBbBII, u3 Hux y 75 ¢ u3zonupoBaHHbIM, y 12 C
cuHapomanbHbiM HacaeacTBeHHbIM KBII. TlepcoHanm3upoBaHHBIA MOAXOA K BEACHHUIO 87
nanueHToB ¢ HacnenctBeHHbIMU KBIT (AJIITBII, APIIBII, I'KBII, HedponodTuze, KBII mpu
TC u opdaHHBIX HACIEACTBEHHBIX CHHAPOMAax) OCHOBBIBAJCS Ha WHAWBHIYAIbHOU
BapraleIbHOCTU TEHETHUYECKUX OCOOCHHOCTEM, WMIECHTU(PUKALUMU TMAaTOTCHHBIX BapHAHTOB
MyTalldd TE€HOB WM XPOMOCOMHOHM MAaTOJOTHM; MOYEYHOTO M BHEMOYEUYHOTO (DEHOTHUIIOB;
nporpeccupoBanusi XbII or C1 (¢ nopmanbaoii CK®) no C2-5; BbIOOpEe KOHCEPBATHUBHOM
KOPPEKIIMU HapyIIEHHbIX TOMEOCTaTHYeCKUX (YHKIUN Mouyek W cpokax Hadama 3IIT
(nnanu3a, Tpancmnantauun) npu XbII C4, C5 (taba. 8).

Tabnuma 8 — IlepcoHanMM3WpOBaHHBIM MOAXOM K BEICHHUIO JETCH C HACJIEICTBCHHBIMH

KHUCTO3HBIMH 0O0JIE3HSIMHU MOYEK

MepconamupoBanakiii Moaxoa K BeaeHmio aereil m moapocrkor ¢ AJ/ITIBII n nporno3npoBanne ocobeHHocTeii
COCTOSIHUS 3/10POBBbSI B Oyaymem

-[PH OTATOIICHHOM cemeiiHoM aHamHuese no AJIITBI], THrmrHOM HIH aTHITHYHOM IICPBOM BBIIBICHHH MOYCYHBIX KHUCT IO
pesvasTaram Y3M mouek B Bo3pacte a0 18 mecsaues TpakToBaTh Kak «OUCHb paHHEC Havyano», B Bospacte Gomee 18
MECCSILICB TPAKTOBATh KAK «PAHHCE HAYATIO»

-HabmroaeHHe reguarpa, Hedpoaora ¢ KOHTPoaeM rnoueyHo (pyvHikumuH (kpeaTHHHH KpoBU ¢ pacuetoM CK® mo dopmyie
Schwartz, aneOyMUHYPUsL, IPOTCHHY PH5)

-[0KA3aHO IIPOBEICHHE MOJIEKY/IPHO—TEHETHYECKOTO HCcnenoBaHus (MaeHTH(UKaumsa myTaumii reHos PKDI, PKD?2),
ocobenHo v aerteit ¢ oueHb panHuM Havuaaom AJITTBIT as onTuMH3awmyu JHACrHOCTHKH M MEPCOHATH3HPOBAHHOTO TOAX0Aa
K BCIACHHH)

-oLeHKa 06mero o6bema nouck o Y3H

-KOHTPOJIb apTCPHATBHOTO AABICHHS (0COOCHHO Vv AcTCH ¢ oucHb paHHuM Hauamom AJITTBIT)

-BBISIBJICHHE BHEMNOuYeYHOTro pacronokeHuss kuct mo Y3HU/MPT/KT neueHw, momKkeayIOUHOH 3SKENE3bl, IIHTOBHIHOMN
JKEIIe3EI, CEIE3CHKH, IHYHHKOB/IHYCK

-npu nporpeccuposanun XBIl or Cl (¢ nopmanenoii CK®) mo C2-5 ocymecteneHue BrIOOpa KOHCEPBATUBHON
KOPPEKLMH HAPYIIEHHBIX roMeocTaruueckux (yHkumii mouek, 3[1T meromom auanusa. [logroroBka mnauueHra K
TpaHcrutanTauuu rnouku npu XBIT C4, C5

-MPOTHO3HPOBAHHE OCOOCHHOCTEH COCTOsHUSA 340poBbsi B Oyvaymem y aereid ¢ AJITIBIT ocHoBaHOo Ha oueHke
KJIHHHYECKOr0 MOYECYHOr0 W BHEMOYEYHOro (DCHOTHIIOB M IEHOTHIA, (DYHKLMH TOYEK, MCCJCI0BAHHS BCPOATHOCTH
MO4YCHHOM BEDKHBACMOCTH |—netHed, S—netHei, 10—-netHeit, 15—netHei, 17—-netHeii no metoay Kaplan—Meier (1958)

IlepcoHaM3NPOBAHHBIN MOAX0 K BEICHHIO JeTeil 1 MOJAPOCTKOB € TIOMEPYJIOKHCTO3HOH 00J1e3HBI0 TOYeR N
TPOrHO3UPOBAHHE 0CODEHHOCTEIl COCTOSTHUS 3/I0POBES B HyIyIIEeM

-cOOp ceMEHHOro aHaMHE3a ¢ aHAIH30M pe3yabratoB Y3 moyuek v poICTBCHHHKOB B 3 TOKOJICHHAX 10 KHCTO3Y IMOYCK M
caxapHomy auadery

-HAIMYHC KOPTHKAIBHBIX KHCT, ACMMMCTPHS XapakTcpa KMCTO3a M pPa3MEpPOB IIOYCK, ABACKY/SPHBIH KODKOBBHIH Cl1OH
MAapCHXUMBL, OJHOCTOPOHHSISL MyIBTHKHCTO3HASL AUCTUIa3HA o Y 31

-MIOKA33aHO MPOBEICHHE FCHETUMECKOTO HCCaeaoBaHmst (MaeHTU(UKaums MyTauuii reHa HNFI1b wnu aeneumy XpoMOCOMBI
17q12 ¢ saxearom rena HNFIb) nna ontuvusaumu auarHoctuku ['KBI1 m nepcoHanusupoBaHHOTO BEICHHS C YHCTOM
TCHETHYECKHX 0COOCHHOCTEH

-HabmroaeHue reaHarpa, Hedyponora

-KOHTPOJIB APTEPHAIBHOTO JABICHHA

-oueHka o0mero oowema nouexk (cm3) mo Y3U exeroano

-KOHTPOJIB noueHOH (yHKLMH (kpeatnruH kposu, CK® no dopmyne Schwartz, ansOyMuHYpHsL, TPOTEHHY PH3)

-KOHTPOITb B MOYE CYTOYHOH IKCKPEIIMH MAarHHUA H YPaToB

-¥3U nomxkenyaouHol skene3bl ¢ oueHkoil pasmepo nmo Y3M wim MPT/KT, mo mnokaszaHusiM — KOHCYJIBTALMsA
9HA0KPHHOIOTA

-nipu porpeccuposannu XBIT ot Cl1 (¢ nopmanenoit CK®) 10 C2-5 ocymecTBicHue BRIOOpA KOHCCPBATHBHOH KOPPCKIIMH
HapyIICHHBIX roMeocTariueckux dyHkimil mouck wiu 31T MeTozom amamusa, Tpancmmantaumu nouku npu XBIT C4, C5
-MPOTHO3HPOBAHHE OCOOCHHOCTEH COCTOSHHS 3J0pPOBbS B OyayImieMm y OeTeil ¢ IIOMEpYIOKHCTO30M TIOYEK OCHOBAHO HA
OLIEHKE KIHHHYECKOTO TOYEYHOTO M BHETIOUEYHOTO (DEHOTHIIOB, TEHOTHTIA, (DYHKLIMH MOYEK, HCCIEAOBAHHSA BEPOSTHOCTH
moyevHO i BeKHBaeMocTH | —nmeTHeid, 5 — nerneit, 10 — netweit, 15 — netneit, 17 — netwneii no metoay Kaplan—Meier (1958)
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IMepcoHANM3UPOBAHHBINH OAX0N K BeaeHHKo jgereii n nojapocrskoe ¢ APIIBII i nporsosupoepanne oco0eHHOCTE COCTOSHUS
3M0POBLA B Gyymem

-cOOp ceMeHHOro aHAMHE3a ¢ aHaIm30M Y3H novuek H neveHH y POACTBEHHUKOB B 3 IOKOJIEHHAX

-THIICPAXOTCHHOCTD C YTPATOI/CHIDKCHHEM KOPKOBO-MO3TOBOil An(h(hepeHIMPOBKH MAPCHXHMEI 3HAYHTCIBHO YBEIMUCHHBIX MOUCK
npu pokacHuH Tpedyer KoHTpost Y3 novuek u neveHu

-MPH BBIABICHHH KHCT B OOCHX VBEIHYCHHBIX MOYKAX y Tuioga mo ¥Y3M W aHrnapaMHHOHA WIH MPOrPECCHPOBAHWH PCHATBHOTO
MAaJIOBOIHA -POJAOPA3PCIICHHUEC MATCPH H BBIXQKMBAHHC HOBOPOKIACHHOTO B NCPHHATAILHOM LCHTPC BBLICOKOTO YPOBHA OKAa3aHHs
CHENHATH3HPOBAHHOH MEIHLHHCKOMH MOMOLIH PEaHUMALHOHHOI, XHPYprudeckoii: odocHosanmne nposeaeHus 3[1T gumamnsom y
HOBOPOKICHHBIX ¢ Knaccuueckoii APITBIT u cunapomowm Ilorrep ¢ OINN, JIH ¢ y4eToM BBICOKOTO PHCKA JETATBHOTO HCXOAA B
HCOHATAJILHOM IICPHOC

-IPH MAJIOBOJHWH C VBEIHYCHHBIMH MOYKAMH C THIIEPIXOTNCHHOCTBIO MAPEHXHMBI H/HIH CHUIKEHHEM, VTPATOil KOPKOBO—MO3TOBOI
Au(MpepPEHIMPOBKH NMAPSHXUMBI O0CHX TMOYCK/ MEIKUMHM TU(()Y3HBIMH TOUYCUHBIMH KHUCTAMH M THIOIUIA3HEH JETKHMX Y TUIONA,
MPOBOANTE ¥ HOBOPOJKICHHOTO OLEHKY IIOYEYHOH (DYHKIHH II0 HAPACTAHHIO KPEATHHHHA KPOBH M CHHKEHHA II0YACOBOTO IJHYpesa
At onruMmsanun guardHoctuku Ol u onpeaeneHMs NOKA3AHHIE K ICPHTOHCATBHOMY JHATH3Y

-110 KJIHHHYECKOMY MOYEHYHOMY H BHEINOYMEHHOMY (DEHOTHIY YCTAHOBHTD KJIACCHHUECKY IO MM ACTCKYIO ¢ (pudpozom neuenun APTIBIT
-MOKA3AHO TMPOBCACHHE MOJCKYJSPHO-TCHETHYCCKOTO HCCICIOBAHHA (MACHTH()MKAUMS MyTaumii reHa PKHDI) ams onTHMH3AUAH
JHATHOCTHKH ¥ TICPCOHATH3INPOBAHHOTO MOAX0A K BEACHHIO

- MEKIUCHUIUTHHAPHOE BEJCHHE, HAOMIOAEHHE NeaHaTpa, He(ppoaora, racTpO3IHTEPOJIOra, COCYAIUCTOr0 XHpY pra

-KOHTPO/Ib MOUCHHOI (pyHKIHH (kpearunuH kpoBu, CK® mo (opmyne Schwartz, anbOyMuHy pHsi, MPOTEHHY PHsi) A1 Y CTAHOBICHUS
nporpeccuposanus XbI1

-KOHTPOJTb APTEPHAIBHOTO JABICHUS, SPHTPOLMTOR, TEMOTTIOOHHA, TPOMOOLHTOB

-oueHKa odmero odbema mouck no Y3H exxerogHo

-V3H mneuyeHH M KSIYHBIX NMPOTOKOB €KEMOAHO, C OMpeae/cHHeM mokasaHwi k npoeeacHuro IIJIC, anactrorpadgmu u MPT/KT
TMCUCHH, KOHCYIBTALHA COCYIUCTOTO XHPYPra AT OTIPEICICHHS MMOKA3AHUH K THTHPOBAHHIO (pr1eO0o3KTa3HIl TMHINEBOIA H XKSITYIKA
-npu aerckoii APTIBIT ¢ ¢uOpo30M NEYSHH OLEHKA NEYCHOYHOH (Y HKUHH

-npu nporpeccupoeannn XBIT ot Cl (¢ wopmansHoii CK®) no C2-5 ocywecTBiecHHE BbIOOpAa KOHCEPBATHBHOM KOPPEKLHH
HAPYLICHHBIX TOMCOCTATHYCCKHX (DYHKUHWI MOYCK WM 3aMECTHTCIBHOH TMOYEUHONH TEPamWH METOAOM IHAJH33a, TPAHCIMIAHTALHH
nouxn npu XBI1 C4, C5

-IMPOTHO3HPOBAHHE OCOOECHHOCTEH COCTOSHHA 3M0poBbA B Oyaymem y gereii ¢ APIIBIT ocHOBaHO HAa OLEHKE KIHHHYECKOTO
MOYECYHOTO H BHETIOMCHHOTO (DCHOTHIIOB H TCHOTHIIA, (JYHKIIHH TMOYCK, HCCICAOBAHMS BEPOSTHOCTH MOYMCHHOI BBDKHBACMOCTH
l—nerneii, S—nernei, 10—nernei, 15—nerneii. 17—nerHei no meroay Kaplan—Meier (1958)

MepcoHa/M3HPOBAHHKLIN MOAX0A K BEICHHIO JeTeii 1 MOAPOCTKOB ¢ HePpPoHOPTH3OM = NPOrHO3UPOBAHUE
0COOCHHOCTEI COCTOSIHHS 310POBLS B Gyayuiem

-cBop cemMeHOro aHaMHEe3a ¢ AHATH30M pesyasTaroB Y 3M no4ex y poACTBEHHHKOB B 3 MOKOJICHHAX 110 KMCTO3Y MOYCK
-YCTAHOBHTH MH()AHTHIBHYIO, I0BEHWIbHYIO, MO3AHIOK (popMy HedpoHO(TH3A MO BO3pacTy MaHH(ECTALMH KIMHHYECKHX
CHMITOMOB, BBISIBJICHHA MOYCYHBIX KHUCT, oOmero oosema mouck mo Y3M. nporpeccuposanms XBI1 1o TepmuHambHOM
cTaann

-paHHME KTHHHYECKHE CHMITOMEI He(D)POHO(TH3A: aHEMHSI, OTCTABAHHME B POCTE, MOTHYPHA H THIIOCTEHYPHSA, TOTHIATICHS
-TMIALUCHTY ¢ CAMHMYHBIMH OJHOCTOPOHHHMH MOYCYHBIMM KHCTaMH M aHCMMCH W/HIM OTCTABAHHEM B POCTE, ITOJIHYPHCH,
MOAUAMIICHEH, IHYPE30M, THIIOCTEHYPHEH NOKazaH KOHTpoab nodedHo (yukumu u Y3M nouexk 1 pas B roa, mpu
VMCHBUICHHH 00bCMA TMOYCK B JHHAMHKC H/HIM CHIDKCHHH TMOYCYHOH (pyHKLHH HecoOxoammo mposcacHue MPT mouck
(MCKIOUHTE ABYCTOPOHHHI KHCTO3 MOYEK)

-TIOKa3aHO MPOBEACHHUE TCHCTHYCCKOTO HCCICA0BAHMS T HACHTH()HKALIMH MY TaLlHil TCHOB M JCICLIMIH XPOMOCOM
-BBIABJIEHHE Y MAaLKeHTa ¢ He(ppoHO(TH30M BHEMOUEHHOTO (PeHOTHNA (TATONIOTHS 17143, PEKE — MOPOKH CEPALA H COCYI0B,
IHC, ckenera, BpoxkaeHHblii (ubpo3 meueHH, TYroyxocTb) TpebyeT NpoBeIEHHE TCHETHYECKOTO HCCISJOBAHHS TS
BepU(pHKALMH He()POHO(DTHI—CBI3AHHBIX CHHAPOMOB H 000CHOBBIBAET MEMAUCLIMILTHHAPHLIH MOAX0 BEAESHHUS

-[PH WACHTH()HKALMH MYTaLMHd FCHOB HIIM XPOMOCOMHOM MATOIOrHM Y ACTCil MOKa3aH KOHTPO/b MOYCYHOH (DYHKLIHH,
V3H c onpeaenenuem obuiero o6veMa rnovex

-npu nporpeccupoanuu XBII or Cl (¢ nopmanshoit CK®) mo C2-5 ocymecTeacHue BBIOOpa KOHCCPBATHBHOM
KOPPEKLHH HAPY IEHHBIX TOMEOCTATHYECKHUX (JYHKLMI MOYEK HITH 3aMECTHTEILHOH NMOYe HOI Tepanii MeTOA0M AHATH3A,
Tpancriantauuy nouxu npu XBIT C4, C5

-IIPOTHO3HPOBAHHE OCOOEGHHOCTEIl COCTOAHMA 310POBBA B Ovaymem y aereil ¢ He(poOHO(PTHZ0M OCHOBAHO HA OLICHKE
KIHHMYCCKOTO TIOMCYHOTO (DCHOTHMIIOB M TICHOTHIA, (JWHKIMH TIOYCK, MCCICIOBAHHSA BCPOSTHOCTH ITOYCYHOH
BBDKHMBAacMOCTH | —ieTHei, 5 — nerned, 10 — netue, 15 — netneit, 17 — nerneit mo meroxy Kaplan—Meier (1958)

IepcoHaM3HPOBAHHBIH MM0AX0] K BEICHHI0 AeTeil H MOAPOCTKOB ¢ KHCTO3HOI 00J1€3HBI0 Mo4YeK npu opdhaHHbIX
HACICACTBCHHBIX CHHPOMAX H IIPOrHO3HPOBAHUE 0CODCHHOCTEIH COCTOSIHUS 310POBBS B Oy1yiIeM

-cbop ceMelHOTO aHAMHE3a C AHATH30M pesynbTaToB Y 3H movek y poJACTBEHHHKOB B 3 MOKOICHHSX TI0 KHCTO3Y TIOYEK
-mpoeeacHue Y3W mouek wwunu MPT/KT ans ebisenaeHus nodedHoro (eHotna (au(iysHble TMOMEUHBIE KHCTBI,
CYOKOPTHKAITBHBIC KMCTHL, OAHOCTOPOHHSIS HE ()Y HKLIHOHHPY FOLIAST MYIBTHKHCTO3HAS THCTUTA3HS TIOYKH)

-C YUETOM XapakTepa BHemoueyHoro derotuna ¢ nopaxkennem [[HC, cepaia 1 cocyaos, ckenera, OpraHa 3peHHs H CIyXa;
MOPOKH TOPTAHH, TIONOBBIX OPTAHOB, TMIOTUIA3HEH MOGKETYA0MHON KEME3bl, KHCTAMH B TCYEHH, IMMTOBHIHON KEME3E,
MHKPOITIOCCHEH H MAKPOITIOCCHCH, 3aJCPKKOH POCTa M Pa3BUTHs 0OOCHOBAHO MCKIMCLHMIUIHHAPHOC BCACHHUC MALHCHTA C
VUACTHEM MEIHATPa, HeBposora, Hedposora, o(TalEMOIOra, KAPAHOIOTa, OTOIAPHHIOI0Ta/CYPAOIOra, TACTPOIHTEPOIOTa,
9HIOKPHHOIIOTA, YPOJIOra, opToneia

-MOKA3aHO MPOBEACHHUS TCHETHUMECKOTO MCCISI0BAHMS AT MACHTH()MKALIMH MY TALMI TCHOB MIIH XPOMOCOMHOM MATOIOT MK
-mipu niporpeccuposanun XBIT ot Cl (¢ HopmansHoit CK®) no C2-5 ocymecTsieHHe BEIOOpA KOHCEPBATHBHON KOPPEKLIHK
HapyweHHbIX romeocTarnaeckux Qyrrumii moyek, 31T meromom auanmsa, tparcrnanTawm noqxu npu XBIT C4, C5
-MPOTHO3ZHPOBAHHEC OCOOCHHOCTCH COCTOSHHS 300pOBbS B OyOyIieM Yy JeTe ¢ KHCTO30M TOdMEK TpH  op(aHHOM
HACIEJICTBEHHOM CHHIPOME OCHOBAHO HA OLIGHKE KITHHHYECKOTO TIOYEUHOTO H BHETIOUEYHOTO (JEHOTHIA, TEHOTHIA, ()Y HKI[HH
MOMEK, MCCACAOBAHMA BEPOATHOCTH TIOMEHHOM BLKMBAGMOCTH | —netHel, S—netnen, |0-nernei, |5-netneii, 17-netHei no
merony Kaplan—Meier (1958)
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Hepcona/m3HpoBaHHBI NOAX0A K BEICHHIO JeTeii N IMOJAPOCTKOB € OJAHOCTOPOHHEl HedyHKInoHHpywmeii
MYJILTHKHCTO3HOI JCIUIa3Neii MOYKH 1 NPOrHO3HPOBAHHE 0C00EHHOCTEI COCTOSIHIIS 310POBLS B fyaylieM

-c0op ceMeHHOTO aHaMHe3a, aHaau3 pesyabTatoB Y 3H mouek y poACTBEHHHKOE B 3 MOKOJICHHSIX

-OJHOCTOPOHHIOK HE()YHKLIHOHHPYIOUIY MYJIBTHKHCTO3HYI) JHCIUTA3HIO TIOYKH BBISBISIOT 4alle B I[PEHATAIBHOM
niepuoae (94,1%) vau B BospacTe a0 1 roga (100%)

-[IOKa3aHO TPOBEACHHE MOJIEKY/ISPHO-TEHETHYECKOTO HcciaenoBaHus (MaeHTH(Mkaums myrtaumid reHos PAX2, HNFIb,
CHD7, LHXI1, CDCS5L, USF2, UPK3A, NPHP3, TP63, SALLI)

-c BO3pacTtoMm pebeHka He()yHKUMOHMPYIOAs MYJILTHKHCTO3HAS IIOYKA IOJBEPragTCd HHBOMIOLUWH (YMEHBLIEHHIO B
00BeMe) 70 MOTHOTO CKICPO3HMPOBAHHS B JCTCKOM BO3PACTC, UYTO O0OOCHOBBIBACT KOHTPOTh 00BEMA MYTETUKHCTO3HORH
MOYKH H KOHTpanarepansHoH no ¥Y3H

-OTCYTCTBUC (DY HKIIMH MYTBETHKHUCTO3HOH MOYKH HE CICAY ST PACCMAaTPUBATE TIOKA3AHHCM K He(hpaKTOMEI

-MIOKa3aHusA K He(pIKkToMHH He()YHKUHOHHPYIOWIEH MYIBTHKHCTO3HOH MNMO4YKH pedpakrepHas K IIPOBOIHMOH
QHTUTHIICPTCH3MBHOM TEpanmuM  apTePHATBHAS THICPTCH3MS, MATHTHH3ALMA, 3HAYHTCIbHOEC VBemuucHue Y3M-
METPHHECKOIO 00BEMa B JHHAMHKE

-MoHuTOp ¥Y3H M (hyHKIMH KOHTpanaTcpaabHOM IOYKH B THHAMHKC

-TIPH OTCYTCTBHH KOMIICHCATOPHOH rHIIepTPO()HH KOHTPAIATEP AIBHOH MOYKH HCKITF0YaTh 6E MaToI0r HIO

-YCTaHOBHTH KIHHHKO—MoOpQonormicckue GopMbl 0OHOCTOPOHHEH He()yHKIHOHHPYIOMICH MYTBTHKHCTO3HOM JTHCTUTa3HH
MOYKH

-nipu nporpeccupoBanur XbBI1 or Cl (¢ HopmanbHOii CK®) no C2-5 ocyumiecTeicHHE BbIOOpa KOHCCPBATHBHOM
KOPPCKLIMH HAPYIICHHBIX TOMCOCTATHYCCKHMX (YHKIHH koHTpanarcpansHoil mouku, 3IIT wmetomom agmanmsa;
[UIAHMPOBAHHE TPAHCIUIAHTALIMH KOHTpPajiarepanbHoii nouku nauueHty ¢ XBI1 C4, C5

-MIPOTHO3HPOBAHHC OCOOCHHOCTEH COCTOSIHMS 300POBBs B OyaylIieM Y ACTeH ¢ OZHOCTOPOHHEH He()yHKLUHOHHMPYOIECH
MY/IBTHKHCTO3HOM AMCIUIA3HEH OCHOBAHO HA OLICHKE COCTOSHMSI H (DYHKLHH KOHTpalarepaabHOH (yHKIHMOHHPYIOWEH
TMOYKH, MCCICA0BAHMS BEPOATHOCTH BBDKMBACMOCTH KOHTpalarcpaibHOM mouku |—meTHei, 5—nertHei, |0-nerHeit, 15—
netHei, 17—nerneii no metony Kaplan—Meier (1958)

IepconammBupoBaHALII MOAX0 K BEICHIIO JeTeil N HOAPOCTKOB € KHCTO3HOH G0/Ie3HBI0 MOYEK TPH TYOEpOo3HoM
CKJIEPO3€ I IPOTHOZMPOBAHNE 0COGCHHOCTEIT COCTOSIHIS 310POBbS B OyayIem

-cOOp CeMCHHOrO aHAMHE3a C aHANH3OM pe3ynsrartoB ¥Y3M mouck y pOACTBCHHHKOB B 3 TOKOJICHHSX MO KHCTO3Y TOHCK,
TyOCpPO3HOMY CKICPO3Y

-mposeaenue Y3M mouex wwumm MPT/KT gns pemiBaenms moueunoro (eHoTmma (yBemamueHue 00beMa IOUEK,
CyOKOpPTHKATBHBIC HIH IUQ)y3HBIC KHCTBI, AHTHOMHOTHIIOMBI, KapLMHOMAa) TIpH MaHH(ECTALHH BHETOYeYHOTo (hpeHoTHMA
TyOCPO3HOTO CKICPO3a

-C YYCTOM XapakTepa BHEMOYCHHOTO (JCHOTHIIA TYOCPO3HOTro CKIICpo3a ¢ (JOKaIbHOM 3aTBUIOMHOM SITHIICTICHCH, CYA0POKHBIM
CHHAPOMOM, KOPKOBBIMH TyOepaMu W CyO3neHIMMANBHEIMH THIAHTOKISTOYHBIMH aCTPOLIUTOMAMH DOKOBBIX KETy JOYKOB
TOIIOBHOTO MO3Ta, PabIOMHOMAaMH CepaLa, MHOKECTBEHHEIMH rAMapTOMaMH CETUYATKH, KOCOTJIa3HEM, THITOTIMT MEHTALHEH H
rHIEPIHUrMeHTauuel  Koxku, adnrvodubpomamu  nuna, (pUOpPOMAMH OKOJIOHOITEBBIMH W JECHEBBIMH 0OOCHOBAHO
MC:KTHCLIMTUTHHAPHOE BEJACHHC TIALMCHTA C YYacTHEM TEAHATpa, HEBPONOTa/srmiaenTonora, Hedpomora, odramemorora,
KapAuosIora, AcpMaronora

-TMOKA3aHO MPOBCACHHUE MOJICKYISIPHO-TCHCTHUCCKOTO MCCIICAOBAHMS 1T MACHTH()UKALHH MyTauuii reios 1.5C1 u TSC2
-npu nporpeccuposaruu XBI1 ot Cl (¢ Hopmansroi CK®) 1o C2-3 ocymmecTBicHHE BBIOOPAa KOHCEPBATHBHOMH KOPPCKLIMH
HAPYLIEHHBIX ToMeocTarnieckux (pyHkuuii nouek, 3[1T meTonom auanuza, Tpancrnanrauuu nouku npu XBIT C4, C5
-MPOTHO3HPOBAHHE 0COOCHHOCTEH COCTOMHHS 3J0POBbA B OyAVIIECM Yy JETCH ¢ KHCTO30M IOYCK TIPH TyOEpO3HOM CKIEpo3e
OCHOBAHO HA OLICHKC KIMHMYCCKOTO TMOYCYHOTO M BHEIIOYECHYHOTO (DCHOTHIIA, CHOTHIA, (DYHKLMH TIOYCK, HCCIICIOBAHHS
BCPOATHOCTH TIOYCHHOH BBDKMBAacMOCTH 1-neTHeit, S—nernHeit, 10-nerneit, 15-neTheii, 1 7-neTredi no metony Kaplan-Meier

(1958)

[IpenUKTUBHOCTH ~MEIUIIMHBI, OCHOBAaHHAas Ha pe3ylbTaraXx MOJEKYISIpHO —
TEHETUYECKOTO HCCIIEOBAaHUS, OCOOCHHOCTSAX ()EHOTHNA KHCTO3a IMOYEK, JTUHAMHYECKOM
KOHTpoJie yBenuueHusi obmiero oobema modek (OOII, cm3) nmpu Y3U, obecneunBaroiiero
MIPOTHO3UPOBAHUE OCOOCHHOCTEH COCTOSIHHMSA 3[0pOBbS B OyAylleM, IpeicTaBlIeHa Ha
npumepe APIIBII (Ta6:mn.9).

Tabnuma 9 — [IpornozupoBanue 0cOOEHHOCTEH COCTOSIHUS 3/J0OPOBbSI B IETCKOM BO3pacTe
nipu APTIBII

Ipu APIIBII v nauuenToB JeTCKOr0 BO3pACTA IPOTHO3MPYETCS:

PEHATBEHOC MATOBOAME BCTpeuacTes npeHaransHo v 51,5% nmogos ¢ APTIBIT,

3HAYMTETBLHOE YBEIIYCHHE 00BEMA TIOUCK C POIKICHHS;

aprepuaneras runeprersus npu APIIBII nuarsoctupyercs B 60,6% cayqaes, i3 HuX v BCex B Bozpacte 10 15 ner;
xponmieckan donesns noyek Cl koncraruposana B 10,7% cnyyace y neaMaTpHyMECKHX MALMCHTOB B Bo3pacte bomee
2 niet, B 89,3% nporpeccuposanue XbI1 1o C2-5;

V BCEX MALMCHTOB IHATHOCTHPYIOT M3MEHEHHs MEYCHH M/HIH BHYTPUICYECHOUHBIX JKETHHBIX MPOTOKOB B JACTCKOM
Bo3pacte, u3 Hux B 00,7% cyuacs ¢ pasBUTHEM CHHAPOMA TMOPTATBHOMN MHIICPTCH3MH B BO3PACTC A0 O JICT H PHCKOM
TMULIEBOHO — JKETYI0YHBIX KPOBOTEYEHHI
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BbIBO/JbI

1. Tlo pe3ynpraram Mccie0OBaHUS B CTPYKTYpE HACIEACTBEHHBIX KUCTO30B mouek y 300
JIeTel yCTaHOBJICHO MpeodiiajaHre MOTUKUCTO3HOU Oone3nu nouek y 233 (77,7%), AAIIBIL
y 200 (66,7%), APIIBII y 33 (11%). Opdannble OAHOCTOPOHHSSE HEPYHKIIMOHUPYIOIIAS
MKJII, nepponodtus, I'Kb, KBII npu TC, HacneACTBEHHBIX 0OJIE3HAX M CHHAPOMAX, MPH
XPOMOCOMHOM MaTOJIOTUU AUArHOCTUPOBaHbI Y 67 (22,3%) neteil.

2. Ycranosneno u3 200 npereit B Bo3pacrte ot 1 mecsana no 17 ner 11 mecsaues ¢ AAIIBIT
y 40 (20%) no Y3U oyens pannee Hayano (B Bo3pacte 10 18 mecsien), y 160 (80%) aereit
paHee Havasio B Bo3pacte Ooisiee 18 mecsieB. PenanpHoe manoBoaue ormeueHno u3 40 y 11
(27,5%) neteit ¢ Oo4eHb paHHUM BBISIBICHHUEM IMOYEYHBIX KUCT U yBenuuenuem OOII mo
V3U, y 3 ¢ cuagpomom IloTTep (Tumornasus JIETKUX C JIbIXaTeIbHON HEIOCTaTOYHOCTHIO,
MajoBoaue, AedopMaluy JHIA, ApsOmas ckiamdyaras Koxka, AedopMaliud KOHEYHOCTEH,
MoYeyHass HEAOCTAaTOYHOCTh). KimHuYeckuil (EHOTHI XapaKTepU30BaJCS IMOYCYHBIMU
kuctamu (100%), yBemmuenuem OOIl mo VY3U (59%), A (26%), BHEMOUYEYHBIM
pacnonoxenuem kuct (9,5%), BpoxaenubsiM pubpo3om nedenu (0,5%), nuenoneGppurom
(32%). Y 42 nereii ¢ AJIIBII naentudunrpoBaHsl MaToreHHbIE BAPUAHTHI TETEPO3UTOTHBIX
mytanuid B renax PKDI (36/85,7%) u PKD?2 (6/14,3%). Y 26 u3 42 aeteil yCTaHOBJIEHO
oueHb panHee Hayasno AJIIIBIL, u3 Hux y 23 (88,5%) ¢ myrauueii rena PKDI ny 3 (11,5%)
¢ myTanuei rena PKD?2.

3. VYcranomnensl y 33 nereii ¢ opdannoit APIIBII knmnanueckue GopmMbl: Kitaccudeckas
B 15% u gerckas ¢ pubpo3om neueHu B 85% ciyuyaeB. PeHanbHOe MaioBOME BBHISBICHO U3
33y 17 (51,5%) nereit ¢ APIIBII, u3 Hux y 5 ¢ cunnpomom Ilorrep. Knaccuueckas APIIBII
y 5 neTel ¢ peHaIbHBIM MaJIOBOJIMEM, XapaKTEpU30BaIach TsKEJIbIM cuHApoMoM [loTTep ¢
OIIIl B HeoHaTalbHOM M TPYAHOM NEpHUOJAX, KUCTAaMU B IMOYKaX WU HedpoMeraiuei,
yBenuueHueM >kuBota u renatomeranueit, Al [lerckas APIIBII ¢ ¢pubpozom neyenu y 28
JeTed MposBIANACh pEHalbHbBIM MasioBogueM (42,9%), kucramMu B TMOYKAX W
Heppomeranueit (100%), yBenmuenuem xkuBoTa (82%), Al (57,1%), BpOXIECHHBIM
¢ubpozom mneuenu (85,7%), pacHIMpeHUEM BHYTPHUIICUEHOUHBIX MKEIYHBIX MPOTOKOB
(78,6%), xucrozom neuenu (60,7%), cungpomom Kapomu (10,7%), CIII' (60,7%) c
BAPUKO3HBIM PaCIIMPEHHUEM BEH NHUUIEBOJA U IKENIYJKA, MHUILIEBOAHO—KEIYI0YHbIM
KkpoBoTeueHuem. Jluruposanue edsxTazuii numieoaa u3 17 nmereit ¢ CIII' mpu APIIBIT
npoBenieHo ¥ 9 (52,9%). Unentudunuposansl y 16 gereii ¢ gerckoit APIIBII ¢ ¢pubpozom
nedeHn 31 maroreHHwld BapuaHT mytauuu reHa PKHDI B rerepo3urotHoM (30) u B
roMo3urotHoM (1) cocrosiuum.

4. UpentudunupoBansl y 11 u3 12 nereil ¢ opdaHHBIM ITIOMEPYITOKHCTO30M IMOYEK
mytauuu reHa HNFI1b (5), neneuus xpomocoMmbl 17ql2 c 3axBarom rena HNFIb (4),
nurenHast mytanusi reHoB CLCNS u HNF'1b (1), Tpucomust xpomocomsl 9 (1). ¥V 4 nereit ¢
neneuuen xpomocoMbl 17ql2 BapuaOenbHbI TOYEUHBIH (PEHOTUN: CYOKOPTHKAIbHBIN
IJIOMEPYJIOKUCTO3 MoueK (3), MYIBTUKUCTO3HASI AMCIUIA3MS JIEBOW HEPYHKIIMOHUPYIOIIEH
MOYKH U TJIOMEPYJIOKHCTO3 (PyHKIMOHUpYIOUIeH KoHTpanaTtepanbHoit (1); y 5 nmereit ¢
naroreHHoW MmyTtammeid reHa HNF1b: cyOKOPTHKadbHBIA TJIOMEPYIOKHUCTO3 TO4YeK (4),
MYJIBTUKUCTO3HAs JTUCIUIA3Usl MpaBod HE(DYHKIMOHHUPYIOMIEH MOYKH U TIIOMEPYIOKUCTO3
byHKkunoHHMpyomei KoHTpaitarepansHoi (1). BHemodeunsiii penorun y 12 manmeHToB ¢
I'KBII BkitO4asl yMEHBLIEHUE Pa3MEPOB MOKENYN0YHOM Kene3bl (3), TMIOUHCYIMHEMHIO
(4), runepriukemuto (2), TUIIEPIXOTCHHOCTh MapeHXUMBI (2) 1 KUCTHI TieueHu (1).

CunnpomansHas ['KBII ycranoBneHa y 6 manueHTOB — NMpPU TUTEHHOW MYTallid T'€HOB
CLCNS5 n HNF1b ipu 6one3nu Dentl (1), Tpucomun xpoMmocomsl 9 ¢ heHoTHIIOM
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IJIOMEPYJIOKHCTO3a O0EuX IouYeK, MUKpouedanuei, 3aJepKKoi pa3BUTUSA, BPOKIACHHOU
OKTOMHMENW 3pauyka W YacTHUYHOW arpodueil 3puTeNbHOrO HEpBa CJEBa, JIBYCTOPOHHEH
TYTOyXOCTbIO, CKOJHMO30M, aTOHMYECKU—ATOKCHYECKOH (OpMOIl IEeTCKOTo 1epedpaibHOTO
napanuya (1), cuaapome aeneunn 17q12 (4).

5. JwmarnHoctupoBansl y 13 gereil ¢ HeppoHOPTHU3OM KIMHUYECKHE (DOPMBIL:
undaaTmibHass — ORPHA:93591 (6) ¢ BeIsiBIICHHEM B paHHEM BO3pacTe MOYEYHBIX KHCT,
aHEeMUH, TIOJIMYPUH, CHWXEeHUs (yHKIMH modek; roBeHWiIbHass — ORPHA:93592 (6) c
0oOHapy>XEHHEM B IIKOJIBHOM BO3pPACTE MOYEUHBIX KHUCT, aHeMuu, XBIIC3-5; mo3mnss —
ORPHA:93589 (1) ¢ manudecranueit anemun, XbIIC4 u mModeyHbIX KHUCT B BO3pacTe
17,5net. Ilpm reHeTMYECKOM HCCIEAOBaHUM HACHTU(UIMpPOBaHBI y &8 Jereil ¢
HeppoHODTHU30M JIeNenus XpoMOcOoMbl 2q ¢ 3axBarom reHa NPHPI (3), neneuus
xpomocomsl 12q ¢ 3axBatom reHa CEP290 (1), mytaruu renoB CEP290 (2), TMEM67 (1),
INVS (1). Cunapomanbhbiii HeppoHOodTH3 ycTaHOBIEH y 2 neteit ¢ Meckel-Gruber4 npu
mytanuu reHa CEP290 (1) u Senior—Loken6 BcnenctBue dell2q ¢ 3axBatom rena CEP290
(1).

6. BbisBieHa OTHOCTOPOHHSS HE(QYHKIMOHHUPYIOIIAsS MYJIbTUKHUCTO3HAS JUCIIIA3Us
noukn (ORPHA:97363) y 37 nereii no Y3U B npenaransHoM nepuone (34) u B rpyaHOM
Bo3pacte (3). Hedpoyperepakromuss MKII nposenena u3z 37 nereit y 8 (21,6%).
NuBomonus Hedyukuuonupyromeir MKII y 29 nanuenToB ycranoBiena no Y3U npu
poxaenun (3,5%), B Bo3pactre 2 et (59,1%). YV 29 nereit ¢ MKJ/II BeisiBIeHa
KOMIIEHCAaTOpHasi runepTpodusi (yHKIHMOHUPYIONIEH KOHTpasaTepalbHOi mouku no Y3U
npu poxxaeHuu (3,5%), B Bo3pacte 2 net (45,5%). Y 18 (48,6%) nereii ¢ 0HOCTOPOHHEH
Heyukuonupyromeir MKJIII nuarHocTrpoBaHa IMaToJIOTHS KOHTpalaTepaibHON IOUKH
(rumporedpo3, ypereporuaponedpos, IIMP, rumomnaswms, KHCTO3, CTEHO3 IIOYECYHOM
apTepun).

7. C uenpi0 ONTUMM3ALMU JUArHOCTUKM UM BEJIEHUs MAalMeHTOB pa3paboTaHa
cucremaruka Heyakuuonupytomieit MK/II ¢ yaerom kinHUKO—MOpPGhOIOTHYECcKuX HopM,
WHBOJIIOIIMY, MYTAallid TEHOB, KOMIIEHCATOPHOW THMEepTO(PHH, MaTOJIOTHH U (PYHKIHUH
KOHTpaJIaTepaIbHOM.

8. Tloueunsiii ¢enorun mpu TyOepozHom ckiepoze (ORPHA:805) y 6 nereir ¢
mytamusiMa TeHoB 7SC2 (5) m TSCI (1) xapakrepu3oBajics CYOKOPTHKQJIbHBIMU U
mudPy3HBIMM  MApPEHXMMATO3HBIMU  KHCTaMH  yBEJIMYCHHBIX B  O0bEME  TOYEK,
AHTMOMHUOJUIIOMAaMHU, KapIMHOMOM, apTepualbHOM TUNEpPTeH3Uel C BHEMOYEYHBIMU
nposiBiIeHusAMU  ((poKanbHON 3aTBUTOYHOM OSNUJICTICHEH M CYIHOPOXKHBIM CHHIIPOMOM,
KOPKOBBIMH TyOepamMu © CyOSNEeHIMMAIbHBIMA TUTAHTOKJICTOYHBIMU aCTPOIIUTOMAMHU
OOKOBBIX JKENyJ0YKOB T'OJIOBHOTO MO3ra, pabJOMHOMaMM Cepjla, TMIONUTrMEHTaluel u
TUNEPIUTMEHTAlMEed KOXKHM, MHOKECTBEHHBIMU TaMapTOMaMHU CETYaTKHU, KOCOTJa3uem,
anruoguOpoMamu nuna, GuépomMamMu OKOJIOHOTTEBHIMU U IECHEBBIMU ).

9. Omnucanbl O0COOEHHOCTH KHCTO3a To4yeKk y 12 nerelt B cTpykType oOpdaHHBIX
HACJIe/ICTBEHHBIX CUHAPOMOB IMpPU MAaTOT€HHbIX MyTalusax B reHax: PAX2 (Papillo —Renal);
CHD7 (CHARGE); CEP290 (Meckel— Gruber4); murennoii mytanuu renoB CLCNS u
HNF1b (Dentl) u mpu xpomocomuo# naronoruu: dell2q c 3axBarom rena CEP290 (Senior —
Loken6); dell17q (curapom neneruu 17q12); dell2p; Tpucomuu XxpoMOCcoMBbI 9; BCIIEICTBHE
napymenus metuwiupoBaaust KvLQT/LIT1 (Beckwith—Wiedemann).

10. ¥ nereil ¢ HaciencTBeHHBIMM KucTto3amu Tmouek ycraHoBieHa XbBIICI (c
HopMmanbHOi CK®) ¢ mporpeccupoBanuem go C2—C5. CrparudunupoBana TsokecTh XbII
u3 200 y 190 nereit ¢ AIATIBII B Bo3pacte 6oiee 2 net: Cl ¢ HopmanbHoit CKD (92%), C2
(5%), C3 (2%), C4 (0,5%), C5 (0,5%). 13 10 nereit ¢ XBII B Bo3pacte mMeHee 2 JeT ¢
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AJIIBIT y 9 nHopmanbsHas CK®, y 1 camkena. Crparuduunponana tsokectb XbII uz 33 y 28
neteit ¢ APIIBII B Bozpacte Gonee 2 ner: C1 ¢ nopmansHoit CK® (10,7%), C2 (42,86%),
C3 (28,57%), C4 (14,3%), C5 (3,57%). Y 5 npereit c¢ kiaccuueckoir APIIBIT
nuarHoctupoad cunapoM Ilorrep ¢ OIIIL, neTanbHBIM UCXOOM Ha IEPBOM IOy KM3HHU.

11. Crpatudunuposana tsixects XbII y 8 nereit ¢ ['KBII B Bo3pacte 6onee 2 net: C1 (1
¢ HopmasbHOUM CK®), C2 (6), C4 (1). Y 4 nereii B Bo3pacte meHee 2 jgeT CK® HopmanbHas
(1), camxennas (3). Ycranosieno nporpeccupoBanne XbII y 10 mereit ¢ HeppornodTHzOoM
B Bo3pacte Ooisiee 2 set go C2 (1), C3 (4), C4 (2), C5 (3). Cumxenue CK® y 3 nereii ¢
He(hpoHOPTHU30M B BO3pacTe MeHee 2 JIET, ¢ JeTaabHbIM UcXo0M (1).

12. Crpatudumnuposana TsxecTs XbII n3 37 y 21 manuenta ¢ omnoctoponneit MK/III B
Bo3pacte Oosiee 2 jetT — Cl coxpanHas (pyHKIUs KOHTpajaTepanbHou mouku (42,9%),
cumxenHas 10 C2 (28,6%), C3 (23,8%), C5 (4,7%). U3 16 neteit B Bo3pacte MeHee 2 JET ¢
onnocroponneit MK/IT y 14 nopmanbnass CK® koHTpanaTepaJbHOM MOYKHU, Yy 2 CHUXKEHA.
Crpatudunuposana tsokecth XbII npu TC u3 6 y 5 manueHToB B Bo3pacTe Ooiiee 2 JeT:
C1(3), C2 (2).

13. Paccuntannas mo wmerony Kaplan — Meier (1958) BepoATHOCTH TOYEUHOM
BBDKMBAEMOCTH |-JieTHe#, S—-nerHeut, 10-nerHei, 15-yetHeit m 17-neTtHet y gneren ¢
AIIIBIT cocraBmina 99,5%, 99,5%, 99,5%, 99,5%, 99%, y aereir ¢ APIIBII 85%, 85%,
82%, 82%, 79%, cOOTBETCTBEHHO. BeposSTHOCTh TOYEYHOU BBIKMBAEMOCTH |—JIeTHEH, S5S—
netHeut, 10-nernent, 15—netneit u 17-nerneit y nereit ¢ 'KBII coctaBuna 91,7%, y nereit ¢
Hedppornoptuzom  92%, 92%, 92%, 77%, 77%, cOOTBETCTBEHHO. BeposSTHOCTDH
BBDKMBAEMOCTH KOHTpAJAaTEPAIbHOW IMOYKM |—JyeTHen, S—iyetHen, 10-neTHel y nmereit c
onHopoctoponHeit MK/III cocrasuna 100%.

INPAKTUYECKHUE PEKOMEHJALIUN

1. Jns ontumusaiuu auarHoctuku HacieAacTBeHHbIX KBIT u mepconamm3upoBaHHOTO
BEJCHUs JIe€Te B COOTBETCTBMM C yTBEpKIeHHOW KoHuenuuen mnpeauKkTUBHOM,
MIPEeBEHTUBHON W mnepcoHanuzupoBaHHoW MmeaunuuHsl (IIpukaz M3 P® or 24.04.2018r.
Nel86)  pekoMeHIOBaHO  MOJIEKYJSIPHO-TEHETUYECKOE  HMCCJIeJAOBaHUE MO  BUIY
BBICOKOTEXHOJIOTUYHOW MEIUIIMHCKOW TOMOIM — «He(polorus» B COOTBETCTBUU C
[ToctanoBnenuem IlpaBurensctBa P® «O IIporpamme rocynapCTBEHHBIX TapaHTHU
OeCIuUTaTHOTO OKa3aHWs TpakaaHaM MEIUIMHCKOW momonu Ha 2025 roa W Ha TUTAaHOBBIM
nepuoa 2026 u 2027 rogos» ot 27.12.2024 Ne 1940.

2. YV nemuarpuueckux mnauueHToB ¢ HacneactBeHHbiIMM KBII mokasaH KOHTpoOib
noyeyHo (YHKUMU C Y4YeTOM BBICOKOro pucka mnporpeccupoBanus XBII or Cl1 (c
HopmanbHO CK®) no C2-5.

3. IlepcoHanu3upoBaHHBIM MOAXOJ K BEICHUIO MAlMEHTOB ¢ HacieacTBeHHbIMU KBII
OCHOBaH Ha aHaJIn3e VHJIUBUYaTbHbBIX T€HETHYECKUX 0COOEHHOCTEH,
UIECHTU(DUIIMPOBAHHBIX TMATOTEHHBIX BapHaHTaXx MyTallud B TEHaX M XPOMOCOMHOM
MATOJIOTUY, TIOYEYHOTO WM BHEMOYEUHOTO (EHOTHIIA, COCTOSHUS (DYHKIMH TOYEK: TPH
nporpeccupoBanun  XBIIC1 (¢ wHopmamsHOU CK®) nmo XBIIC2-5; nHa BbIOOpE
KOHCEPBATHUBHOW KOPPEKIMU HAPYIIEHHBIX roMeocTaTnueckux ¢GyHKuui nouek wiau 31T
Metoaom nuanusa u npu XbIIC4, C5 TpaHciuiaHTaliuy MOYKH.

4. IlporHo3upoBaHH€ OCOOEHHOCTEH COCTOSHHMSI 3/I0pOBbS B OyaylleM y JAeTed c
HacinenctBeHHbiMM  KBII TpeOyeT mnpoBefeHUs OLEHKH KIMHUYECKOTO TOYEYHOro U
BHEMOYEYHOr0 (EHOTUIIOB M TEHOTHUMNA, (DYHKIMHM TOYEK, HUCCIEIOBAHUS BEPOSITHOCTU
MOYeYHOM BbIXKMBaeMocTH 1o Metoay Kaplan—Meier (1958).
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5. Jlima nmenuaTpudecKOM MNpakTUKH npemitoxkeHa cucrematuka MK/ y nmereit ¢
y4eTOM KJIMHUKO—MOpP(OIoruueckux (opM, HHBOJIOUUU MYJIBTUKUCTO3HON IOYKH,
MyTallM  TEHOB,  KOMIIEHCATOPHOM  THNepTpopuM,  MATOJOTUM M (QYHKIHUHU
KOHTpajaaTepaJIbHOMU.

6. VY nereir ¢ HacneacTBeHHbIMU KbBII pekoMeHn0BaH MEXAMCUUILIMHAPHBINA TOAXO0 K
BEJICHUIO JIeTel MmeauaTpoM, HeposIoroM, ypojaoroM, racTpOIHTEPOIOroM (TernaTojIorom),
0(pTaabMOIOrOM,  OTOJIAPUHIOJIOTOM  (CYpAOJOrOoM),  HEBPOJOTLOM,  KapHOJOIOM,
SHI0KPUHOJIOTOM, COCYAUCTBIM XHUPYPTOM.

NEPCIEKTHUBBI JAJBHENIIEN PASPABOTKH UCCJIEJOBAHUN

HanpaBnennem st jganpHeiiied  pa3paOOTKM  TEMBI  HCCIEIOBAHUS  SIBIISETCS
ONTUMM3AIMS MOJICKYJISIPHO — TEHETHMYECKOW JUarHOCTUKA W COBEPIICHCTBOBAHHUE
CTpaTerud  TMEPCOHATU3UPOBAHHOW  MATOTCHETUYECKOW  Tepamvu  HaCJIEICTBEHHBIX
KHCTO3HBIX 00JIe3HEH MTOYEK Y IETEH.

CIIUCOK PABOT, OIYBJINKOBAHHBIX 110 TEME JUCCEPTALIUN

Crarbu B penieH3UPyeMbIX HAYYHBIX H31aHUAX, pekoMeHaoBaHHBIX BAK (K1, K2)
npu MuHHCTepCcTBe HAaykM U Bbicuiero oopa3zoBanusi P®; mHaexkcupyeMbix B 0a3ze
peleH3upyeMoil HAYYHOM JIMTepaTypbl Scopus:

1. AuapeeBa, 3. ®. Kucro3nsie Oone3nu nouek y aereit (0030p mureparypsl) / 3. d.
Annpeesa, H. JI. CaBenkosa // Hedposorus. —2012. — T. 16. — Ne 3. — C. 34 — 47.

2. AuapeeBa, J. ®. KaramHe3 jaerell U MOAPOCTKOB C MOJIMKUCTO30M Mouek / J. O.
Angnpeesa // Hegposorus. —2016. — T. 20. — Ne 3. — C. 60 — 68.

3. OcOOEHHOCTH TEYCHHSI ayTOCOMHO—PEIIECCHBHOTO MOJUKHCTO3a MOYEeK y jereh / IJ.
®. Anapeesa, H. JI. CaBenkoBa, M. A. Tunymr [u np.] // lleqmarp. —2016. — T. 7. — Ne 4. —
C.45-49.

4. AuapeeBa, J. ®. Kucrospl Mmouek Ipu TyOEpO3HOM CKJIIEpo3e y ACTEH TPYIHOTO
Bo3pacta / J. @. Auapeesa, H. JI. CaBenkoBa // Poccuiickuii BeCTHUK NMEPUHATOJIOTHH H
neguarpun. —2018. —T. 63. —Ne 1. — C. 100 — 105.

5. AuapeeBa, J. @. Jlenemnus KOpoTKOro 1ieda 12— XpoMocoMbl ¢ (PEHOTUTTUYECKUMU
MPOSIBIICHUSIMA  KUCTO3a TIOYEK: KIMHWYeckoe HaOmogenne / O. @. Awngpeea //
Hedposorns. —2018. — T. 22. — Ne 3. — C. 95 - 100.

6. AuapeeBa, J. ®@. JleueHue ayroCOMHO—PELECCUBHOTO U ayTOCOMHO—IOMUHAHTHOTO
nonukucroza mouek / D. ®. AngpeeBa, H. J[. CamenxoBa // Poccuiickuii BeCTHUK
nepuHarogoruu u neauarpum. —2019. —T. 64. — Ne 2. — C. 22 - 29.

7. AuapeeBa, J. ®. TeycHHe ayTOCOMHO—IOMHUHAHTHOTO W ayTOCOMHO—PEIICCCUBHOTO
nonukucro3a nouek (AIIIT u APIIII), BeIsBICHHBIX B MpeHATaIbHOM, HEOHATaJIbHOM U
rpynHoM nepuoaax y aereit / O. @. Aunpeena, H. /[. CaBenkosa / Hedpoaorus. — 2019. —
T.23. - Ne 5. - C. 77— 87.

8. AnapeeBa, J. ®. KiniuHuKo-TeHETUYECKHE OCOOCHHOCTU TTIOMEPYJIOKHUCTO3a TIOYEK B
nerckoMm Bo3pacte / O. @. AunpeeBa, H. J[. CaBenkoBa // Hedposaorus. — 2020. — T. 24. —
Ne 3. - C. 54 - 63.

9. AngpeeBa, J. ®. PenanpHoe wmanoBomue u IloTTep-TocienoBaTenbHOCTh MPH
KUCTO3HBIX 3ab0oneBanusax mouek / OD. ®. AnnpeeBa, H. JI. CapenkoBa // Poccuiickuii
BECTHUK NMepuHaToJioruu u neguarpuu. —2021. —T. 66. —Ne 1. — C. 47 - 51.
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10. AuapeeBa, 3. @. [ToueuHoe MaI0BOIME B ITPEHATAIBHOM NEPUOJIE U (PYHKIUS TTOYEK
y HOBOPOXJICHHBIX U TPYAHBIX JAETEH C HACIEICTBEHHBIMH KUCTO3HBIMH OOJIE3HSIMU MOYEK /
. ®. Auapeena, H. JI. CaBenkoBa // Hedgposorusi. —2021. — T. 25. — Ne 3. — C. 68 — 74.

11. AaapeeBa, J. ®. Hedponodrus Bcneacrsue myrauuu rea TMEM67 /| O. @.
Anpnpeea, H. JI. CaBenkosa // Poccuiickuii BeCTHHK NEPUHATOJIOTHH U NEAUATPHH. —
2022. - T. 67.—Ne 2. - C. 121 — 126.

12. CungpoM TOpTalNbHOM THUIMEPTEH3UM y JeTed ¢  ayTOCOMHO—PEIeCCUBHOM
MOJIMKUCTO3HOM OO0JIE3HBIO MOYEK, KUCTO30M U (udpo3om neuenu / J. . Anapeena, 1. B.
Iror, JI. I. TopsaeBa, H. JI. CaBenkoBa // Poccuiickuii BeCTHMK TEPUHATOJOTHH H
neauarpum. — 2023. — T. 68. — Ne 3. — C. 61 — 67.

13. AuapeeBa, 3. @. Kiaunuko—mopdonoruueckuii  (GEeHOTHn U TE€HOTHII
MYJIBTUKUCTO3HOM JUCIUIa3uu mouyku y geteit / O. @. Aunapeesa, H. JI. Casenkosa //
Poccmiicknii BeCTHUK NmepuHATOJOTHMU M neguarpun. — 2024. — T. 69. — Ne 2. — C. 19 —
25.

14. AnapeeBa, 3. ®. OcobeHHOCTH (EHOTUNA U TEHOTHUIA U30JIUPOBAHHBIX KUCTO3HBIX
0ore3Hell TMOYEeK C ayTOCOMHO—PEIECCUBHBIM THIIOM HacleioBanus y jaetreir / 3. .
Anpnpeena, H. JI. CaBenkoBa // Poccuiickuii BeCTHHK NMEePUHATOJIOTHH U NEAUATPUH. —
2024. - T. 69. —Ne 4. — C. 57 - 62.

15. AuapeeBa, J. ®@. DeHOTHN KUCTO3HOW OOJIE3HM MOYEK y JAeTed ¢ op(aHHBIMU
3a00JIeBaHUSMH U HACJIEICTBEHHBIMH CHHJIPOMAMHU BCJIEICTBHE T€HHOW MM XPOMOCOMHOM
natosioruu (onucanue 9 kiaumHHYeckux ciydaeB) / J. @. Anngpeena, H. J[. CaBenkona //
Hemmnarp. —2024. — T. 15. —Ne 5. — C. 99 — 109.

CBuaeTeJIbCTBA 0 rOCYIAPCTBEHHOM perucrpanuu 0a3 JaHHbIX:

16. baza maHHBIX peHANbHOTO (PEHOTHUNA PEAKON TMOTUMKUCTO3HOW OOJIE3HU TOYEK C
ayTocoMHO—perieccuBHbIM TUoM HacienoBanus (ORPHA:731) y nereii / J. ®. Anapeena,
H. . CaBenxoBa, O. B. Jlrtooumosa, A. 1. UmennbaeB // CBUIETENHCTBO O pErucTpaluu
0a3er  manHbIX RU 2024621893. 3asBka Ne 2024621559 ot 19.04.2024. Jlara
rocyaapcTBeHHOM peructpanuu B Peectpe 6a3 qanusix 02.05.2024.

17. baza nannbix «lledenounsrit denorun npu opdanHoit (ORPHA:731) ayrocomHo—
PELECCUBHON TOJUKUCTO3HOM OOJIE3HU TOYEK y MeIuaTpUuecKuX ManueHtoB» / . D.
AnapeeBa, H. JI. CaBenxkosa, JI. I. [opsues [u np.] // CBumeTensCcTBO 0 peructpanuu 6a3bl
nanubix RU 2024622647. 3aseka No 2024622375 ot 07.06.2024. Jlara rocyapCTBEHHOU
peructpauuu B Peectpe 6a3 nanusix 19.06.2024.

18. baza nanHbIX «PeHOTHUII OAHOCTOPOHHEH HE(PYHKUIHMOHUPYIOLIEH MYIbTUKUCTO3HON
JUCTUIa3UH TIOYKHU Y JieTeit 6 mecsitieB — 17 ner» / J. @. Anuapeesa, H. J[. Casenkosa, T. B.
Kaprnosa [u np.] / CBunerenbctBo 0 peructpanuu 6a3sl qanHbix RU 2024622890. 3asBka
Ne 2024622545 ot 17.06.2024. [lata rocynapcTBeHHOM peructpauuu B Peectpe 6a3 1aHHBIX
02.07.2024.

19. baza nannbix «/Iunamuka ¥Y3H—merpuueckoro oomero (CyMMapHOro) oobeMa modex
y gereid ¢ opdaHHOW ayTOCOMHO—PEIECCUBHON TOJUKHUCTO3HOW OOJIE3HBIO TOYEK U
ayTOCOMHO—JJOMUHAHTHOM MOJIMKUCTO3HON 0O0JIE3HBIO MOYEK C OYEHb PAHHUM Hauajom» / J.
®. AnapeeBa, H. J[. CasenkoBa, A. U. HNmennbaeB [u np.] // CBumerenbcTtBo o
peructpanuu 6a3bl naHHbIX RU 2024623569. 3asBka Ne 2024622390 ot 07.06.2024. [lara
rocyaapcTBeHHOM peructpamnuu B Peectpe 6a3 mannasix 14.08.2024.
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I'1aBbI B pyKOBOACTBAX, Y4eOHbIE MOCOOMS:

20. AuapeeBa, J. ®. Ilomukucro3 mouek / D. @. Anapeea, A. B. Ilamasu, H. .
CagenkoBa // Knunuueckas nedposnorusi nerckoro Bospacra. — CIIO. : Jlemia, 2008. — C.
121 — 143.

21. AuapeeBa, J. ®. Kucroznele Oone3nu modek y nereid / O. d. Anapeera, H. Jl.
CagenkoBa // YuebHoe mocobue mis ctynentoB. — CII6. : CIT6GI'TIMY, 2012. — 40 c.

22. AuapeeBa, J. ®. [lomukucrosznas Oone3ns mouek / J. ®. Anapeesa, H. /.
CapenkoBa // HacnencrBeHHsie Oonie3nu mouek y nereid; mox ped. H. JI. CaBenkoBoil. —
CIIO. : JleBmia, 2020. — C. 256 — 281.

23. AngpeeBa, J. ®. [momepynokucro3 mnouek y nered / 3. @. Anapeesa, H. /.
CasenkoBa // HacnenctBennslie Oonie3nu mouek y aereit; moxn pea. H. JI. CaBenkoBoil. —
CIIG. : JIeBma, 2020. — C. 281 — 298.

24. AuapeeBa, J. @. Hedponodtus y mereii / O. ®@. Aunnpeena, H. [I. CaBenkona //
Hacnencteennsie Oone3nu mouek y aereit; mox pea. H. JI. CaBenkoBoit. — CII6. : JleBmia,
2020. — C. 299 — 309.

25. AuapeeBa, J. ®. Cunapom u nociuenoBareiabHOCTh [loTTep / HacnmeacTBeHHbie
6one3nu nouek y nereit; moxn pea. H. JI. CaBenkoBoii. — CII6. : Jlemia, 2020. — C. 310 —
317.

26. AuapeeBa, J. ®. DHUIEMHOIOTHS, TEPMUHOJIOTHS M KJIacCH(UKAIMS, TUarHOCTHKA
Y JICUCHHE HACJICICTBEHHBIX KHCTO3HBIX OOJIE3HEH MoYek y jeTed. YdueOHO—MEeToauIecKoe
nmocobue s Bpaued meauaTpoB, HEPPOJOTOB, KIMHUYECKUX opauHaTopoB / DO. .
Annpeesa, H. JI. CaBenkosa; mon pen. npod. H. JI. CasenkoBoit. — CII6. : CIIGITIMY,
2021.-32c.

27. AuapeeBa, J. ®@. MyIpTUKHCTO3HAs NHUCIUIA3US IIOYKU Yy ACTEH: TEPMHUHOJIOTHS,
KJaccu(uKalus, TMarHoOCTUKA U JiedeHue. Y4yeOHoe nocodue i neauarpoB, He(poIoros,
KmuHu4Yeckux opaunaropoB / 3. @. Auapeesa, H. JI. CaBenkoBa; mon pen. mpod. H. JI.
CasenkoBoii. — CII6. : CIIOI'TIMY, 2023. — 24 c.

Cnucok Apyrux ne4aTrHoix pador:

28. OcoOEHHOCTH TE€UYEHHUS ayTOCOMHO—IOMHHAHTHOTO TMOJIMKMCTO3a MOYEK Yy JeTed
B3pocibix / . ®. Auapeesa, H. JI. CasenkoBa, B. U. Jlapuonona, C. C. Apytionsin //
Hedpomnorusa. —2009. — T. 13. — Ne 3. — C. 84.

29. AnapeeBa, 3. ®. OcOOCHHOCTH PA3BUTUS U TEUEHMS] apTEPUAIBbHON TMIEPTEH3UU
MpHU ayTOCOMHO—TOMUHAHTHOM M ayTOCOMHO—PEIECCUBHOM TIOJHMKHCTO3€ TIOYEK Y JIETeH U
noapoctkoB / O. ®. AngpeeBa, C. C. ApytioHsiH // AKTyallbHble TPOOJIEMBI JIETCKOU
Hedponoruu. — OpenOypr : [lewarnsiii gom Jumyp, 2010. — C. 351.

30. Karamne3 34 cemeil ¢ ayTOCOMHO—IOMUHAHTHBIM Tonukucto3om mouek / C. C.
ApytionsH, J. ®. AunapeeBa, B. W. Jlapuonoa, H. J[. CasenkoBa // Kinnuko—
nabopatopusblil koHcHIUyM. —2010. — T. 4. — Ne 35. — C. 30 — 31.

31. AnapeeBa, J. ®. AyTOCOMHO—PEUECCHUBHBIA MOJMUKUCTO3 IMOYEK M TEYEHU Y
neBouku 6,5 mer (kiamHWYeckoe HabmrogeHue) / O. ®d. Augpeesa, M. B. [ror, H. .
CaBenkoBa // Marepuaisl Hay9HO-TIPAaKTHUECKOW KOH(epeHIHnH. « BRICOKOTeXHOMOTnYeCcKas
MEIWLMHCKas MOMOIIb B KIMHHUKE Neauarpuieckoil akagemun. OCOOCHHOCTH BEACHUS
HOBOpOXKIeHHBIX». — CII06. : CII6I'TIMA, 2010. - C. 4 — 6.

32. AngpeeBa, J. ®. TeueHue U UCXOJ AyTOCOMHO—PELIECCUBHOTIO MOJIMKUCTO3a ITOYEK Y
nereit / D. @. Anunpeesa // [lequarp. —2011. = T. 2. - Ne 1. — C. M2.
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33. BaenoueuHblie MPOSBICHUS MPH ayTOCOMHO—JIOMHHAHTHOM MOJHKUCTO3€e modek / C.
C. ApytionsH, J. ®. AnapeeBa, H. J[. CasenkoBa, B. U. Jlapuonona // Ileguatp. — 2011. —
T.2.—Ne 1. - C. M3 — M4.

34. ApytionsiH, C. C. JluHaMMKa yBEeJIWYEHHUS KHCT M pa3MepoB IoueK y 67 nmereill ¢
ayTOCOMHO—JOMUHAHTHBIM noiaukucTo3oM nouek / C. C. Apytionss, J. ®@. AnapeeBa, H.
J1. CaBenkoBa // Marepuansl VI Poccutickoro ¢opyma «310poBbe JeTeil: mpopuiakTuKa 1
Tepamnus CcoluaabHO—3HAUMMBIX 3a0oneBanuii. Cankr—IlerepOypr 2012». — CII6. : UTIL]
Cumsoi, 2012. — C. 23 — 24,

35. AnapeeBa, J. ®. AyTOCOMHO—JTOMHHAHTHBIH TOJHUKUCTO3 TOYEK: OCOOCHHOCTH
JTUArHOCTUKH, TedeHus u ucxona / 3. ®. Annpeesa, C. C. Apytionsn, H. /. CaBenkoBa [u
ap.] // Hennatp. —2016. —T. 7. —Ne 2. — C. 183 — 185.

36. AuapeeBa, J. ®. [lonukucro3 novyek (OYEHb paHHEE BBISBICHHE) C TYOEpO3HBIM
CKJIEpO30M Yy Maibpurka 6 MmecsieB: kinHuueckoe Habmronenue / 3. d. AnmpeeBa, H. Jl.
CagenkoBa // Coopuuk te3ucos VII bantuiickoro Konrpecca mo neTckoid HEBpPOJIOTHH; MO
pen. mpod. B. U. I'yzesoit. — CII6. : CIIGI'TIMY, 2017. — C. 10 — 11.

37. OcoOeHHOCTH TOpa)KEHUsI HEPBHOW CUCTEMBI (CHI)KEHHE WHTEIUIEKTa, YMCTBEHHAS
OTCTaJOCTh, CBETOOOS3Hb, HAPYIICHHE TOXOAKHU, KOOPAMHAIMH, JIBYCTOPOHHUE
nepedpabHble KanblU(PUKAThl Oa3albHBIX TaHIINEB) mpu arunudHor dopme Gitelman
cugapoma / XK. I JlesmamBuiu, H. JI. CaBenkoBa, ... AnapeeBa J.®. [u ap.] / CoopHUK
te3ucoB VII Banrmiickoro Konrpecca mo aerckoit HeBpojoruu; mon pen. mpod. B. .
I'yzesoit. — CIIG. : CIIGI'TIMY, 2017. — C. 198 — 199.

38. AuapeeBa, J. ®. BHenoueuHble NpOSBICHUS MpH JETCKOH (QopMe ayTOCOMHO—
JOMHUHAHTHOTO moiukucTo3a noyek (AIII): kmuandeckoe nabmonenue / O. @. Anapeena,
H. JI. CaBenkoBa // Marepuansl I Poccuiickoro ¢opyma ¢ MEXIyHApOIHBIM y4acTHEM
«CoBpemennas nenuatpusi. Cankt—IletepOypr — benbie Houn — 2017». — CII6. : UTI]
Cumsomn, 2017. — C. 28 — 29.

39. AnapeeBa, J. ®. DyHKIUSA MOYEK Yy JETEW MPU TMOIUKHUCTO3E C AyTOCOMHO—
JIOMUHAHTHBIM TUTIOM HacnenoBanus / O. @. Annpeena, M. B. Jlenucosa // Poccuiickuii
BECTHUK IepruHarosioruu u neauarpun. — 2017. —T. 62. —Ne 4. — C. 175 - 176.

40. CaBenkoBa, H. J[. Octpoe moyeyHoe MOBPEKICHHE MPH TMOJUKHCTO3€ IMOYEK Y
HOBOPOXICHHBIX M jered rpyaHoro Bospacta / H. J[. CaBenkoBa, D. ®. AunjapeeBa //
Tesucet IV~ OOmepoccuiickoii ~ KOHpepeHUHH ¢  MEXAYHApOAHBIM  ydacTUEM
«IlepuHaTtanbHasi MEAMIIMHA: OT MPErPaBUJALMOHHON TMOJITOTOBKM K  37J0POBOMY
MaTEpUHCTBY U AETCTBY». — M. : Menua6ropo Craryc npesenc, 2018. — C. 84 — 85.

41. YacroTra 1 0COOCHHOCTH THIIEPTEH3MOHHOM aHTMOMATUN CEeTYATKU TpU HE(YPOTSHHOM
apTepyallbHOM THUNEPTEH3UH Yy JieTell W TMOAPOCTKOB C ayTOCOMHO—JIOMHHAHTHBIM U
ayTOCOMHO—perieCCUBHBIM moyinkrcto3oM mouek / H. JI. CaBenkona, JI. A. JIsicenko, J. @.
AnpapeeBa, M. A. Tumym // Marepuansl HaydHOH KoH(pepeHIMH O0(TaIbLMOIOTOB C
MexayHapoaHbIM yuacTtueM «Heckue ropuzontei—2018». — CII6. : [TonurexHuka—cepBuc,
2018. - C. 65 — 66.

42. AuapeeBa, J. ®@. [MonuKKCTO3 M KaplIMHOMA TOYEK MPH TYOEPO3HOM CKIIEpO3e Y
neteit: kmuHu4eckue Hadmonenus / 3. @. Auapeesa, H. JI. Casenkona, O. B. JIrobumona //
Herckaa meaununa Cesepo—3amana. —2018. —T. 7. — Ne 1. — C. 22.

43. Karamue3z gereir ¢ Renal-Coloboma cuampomom / H. JI. CasenxoBa, B. B.
bpxeBckuid, ... 3. ®. Anapeesa [u np.]| // lerckas meguunna CeBepo—3anana. — 2018, — T.
7.—Ne 1. - C. 286.
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44. CaBenkoBa, H. JI. OcoOEHHOCTH TeYeHHs] M HCXOJa AyTOCOMHO—PEIECCHBHOTO
nonukucto3a mouek y 17 mereit / H. JI. CaBenkoBa, J. ®. AuapeeBa // Poccuiickmii
BECTHUK nepuHaronioruu v neguatpuu. —2018. — T. 63. — Ne 4. — C. 225.

45. AngpeeBa, J. ®. Senior—Loken — HeppoHOPTHU3—acCCOUMUPOBAHHBIA CHUHAPOM Y
JIEBOUKM paHHETO Bo3pacTa (omucaHue KiuHuueckoro ciydas) // O. @. Auagpeesa, H. JI.
CapenkoBa, E. JI. EdwumoBa // COopauk wmarepuanoB XII Poccuiickoii HaydHO—
NPAKTHYECKONM KOH(PEPEHIIMH C MEXIyHapOIHbIM ydacTueM «BoOpoHIIOBCKHE YTeHUSI.
Canxr—IletepOypr — 2019»; nox pea. E. M. bynarosoii, . A. Kenbmancona. — CII6. : UTL]
Cumsoia, 2019. - C. 10 — 14.

46. AuapeeBa, J. ®. [lubdepennmanpHas AMATHOCTHKA ayTOCOMHO—PEIECCHBHOTO
MOJIMKKCTO3a MOYEK U ayTOCOMHO—IOMHHAHTHOTO IOJIMKUCTO3a MOYEK (C OYE€Hb PaHHUM
BBISIBIICHHEM) Y HOBOpOXKJIeHHbIX / D. @. Anapeesa, H. JI. CaBenkoBa // Meaununa: Teopust
u npaktuka. — 2019. — T. 4 (cneussimyck). — C. 54 — 56.
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CIIUCOK COKPAIIEHUM
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