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PEDEPAT

B 0630pe npuBeaeHbl NCTOPUYECKME CBEAEHUSA U3YYEHMS KMCTO3a MOYek, MPOTEKAOLLEro C rMOMEpPYNSPHbIMU KUCTaMu,
06Cy>XaeHbl BOMPOCHI TEPMUHONOMNK, NpeacTaBneHa knaccudunkauma 3abonesaHnii, NPoTeKaLWMX C MOMEPYIOKMCTO30M
noyek. OnmMcaHbl 0COBEHHOCTM TEYEHUS, METOAb! AMArHOCTUKM, IEYEHUST U MPOrHO3 MMOMEPYSIOKMCTO3a MOYEK B AETCKOM
BO3pACTE, PEHasIbHbIE U 9KCTPapeHasbHble MPOSBAEHUS OBYX MOLATUMNOB HACNEACTBEHHOW MOMEPYNOKMCTO3HON 60ne3Hu
no4yek: ayToOCOMHO-AOMWHAHTHOW FMOMEPYIOKMCTO3HOM 60Ne3HM Nnovek, aCCoUMMPOBAHHON C MyTauusiMyi ypoOMOZy/nHA
(OMIM 609886), 1 ceMelHon rMnonIacTUYecKon rMOMepPyNOKMCTO3HOM B0Ne3HM NoYek, aCCoUMMPOBaAHHON C MyTauUaMU
HNF-1p (TCF2) rena (OMIM 137920). BblaeneHbl gnarHoctTnyeckas TeTpaga CEMENHON rMnonaacTMieckom rnoMepysiokn-
CTO3HOW 60ne3HN NoYek, 0COBEHHOCTH TeyeHust n NnporHo3 HNF-1B-accoummpoBaHHOro 3a6oneBaHns NoYeK C O4EHb PAHHUM
BoisiBneHnem (VEO-very early onset), MODY5 gnabeTa, BbiaBaHHOro mytaumein HNF-13 n cuHigpoma 17912 mukpogeneunm B
neTckom Bo3pacTe. 1o pesdynbraTtam ynbTpasBykoBOro uccnepoanus (Y3W), y nnoaa n HOBOPOXAEHHOIO BbISIBASIOT rune-
P3XOreHHOCTb MaPEHXMMbI NOYEK, 0OBEM KOTOPBIX YBEINYEH NI COOTBETCTBYET HOPMaJIbHbIM 3HAYEHUSM. MNoYeyHble KUCTbI
npw rMOMEPYIOKNCTO3E NMOYEK MESIKME, PACMOIOXEHBI B KOPKOBOM CO€E MM CyOKanCynspHO, €AVHUYHBIE NI MHOXECTBEH-
Hble, PedKo AnarHocTUpyemble B HeOHaTallbHOM nepuogae. Y aeten paHHero Bo3pacTta npu Y3U kapTuHa HapacTatowein rm-
NepaxoreHHOCTN NAaPEHXMMbI C BU3yanu3aLmen NoYeYHbIX KUCT B KOPKOBOM C/I0€ UK CyOKancynsipHoO, yMeHbLLEHNE 06bema
WA acuMmeTpus paaMmepoB noyvek. MoyeBo CMHAPOM NPU IMOMEPYIOKMCTO3€e NoYeK B AETCKOM BO3paCTe XapakTepuayeTcs
rematypuen, MUKPONPOTENHYPUEN, MarHNYpren 1 ypaTypuen B COYeTaHnUM C runocTeHypuren n nonmypuen. MonekynsapHo-
reHeTn4yeckoe NccneoBaHre BbiBASET MyTaLMIO FEHOB, OTBETCTBEHHbIX 32 PA3BUTHE HACEACTBEHHbIX 3a00NeBaHU, KOTO-
pble NPOTEKAOT C IMOMEPYIOKMCTO30M MOYEK, U BO MHOrOM ONpPeLEensieT NPOrHo3 1 TakTUKY BeAeHWs nauneHTa. Heob6xoanmbl
CUCTEMHbIN NOAX0A, B ANArHOCTUKE U NTIEYEHMM TNTIOMEPYJIOKMCTO3a NOYEK Yy AeTEN C LeNblo 3aMeJIeHnsi NPOrpecCcrupoBaHns
XPOHMYECKOW BONE3HM NMOYEK N BHEMOYEYHbIX MPOSBAEHUIA, COXPAHEHE NPEEMCTBEHHOCTN HABMIOAEHNS NALMEHTOB B Nne-
LONaTPUYECKON 1 B3POCNON HEPPOSTOrMYECKON CTPYKTYpPax.
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ABSTRACT

The review provides historical information on the study of renal cystosis that occurs with glomerular cysts, discusses terminol-
ogy issues and classification of diseases that occur with glomerulocystic kidney. The course features, diagnostic methods,
treatment, and prognosis of renal glomerulocystosis in children, renal and extrarenal manifestations of two subtypes of he-
reditary glomerulocystic kidney disease: autosomal dominant glomerulocystic kidney disease associated with mutations of
uromodulin (OMIM 609886) and familial hypoplastic glomerulocystic kidney disease associated with mutations of the HNF-13
(TCF2) gene (OMIM 137920). Diagnostic tetrad of familial hypoplastic glomerulocystic kidney disease, features of course and
prognosis of HNF-1p-associated kidney disease with very early onset (VEO), MODY5 diabetes caused by HNF-1p mutation and
17912 microdeletion syndrome in children were detected. According to the results of ultrasound examination (US), the fetus
and newborn reveal hyperechogenicity of the kidney parenchyma, the volume of which is increased or corresponds to normal
values. Renal cysts in glomerulocystic kidney are small, located in the cortical layer or subcapsularly, single or multiple, rarely
diagnosed in the neonatal period. In young children, US shows a picture of increasing hyperechogenicity of the parenchyma
with visualization of renal cysts in the cortical layer or subcapsularly, a decrease in the volume or asymmetry in the size of the
kidneys. Urinary syndrome in glomerulocystic kidney in childhood is characterized by hematuria, microproteinuria, magniuria
and uraturia in combination with hypostenuria and polyuria. Molecular genetic research reveals the mutation of genes respon-
sible for the development of inherited diseases that occur with glomerulocystic kidney, and largely determines the prognosis
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and management tactics of the patient. A systematic approach is needed in the diagnosis and treatment of glomerulocystic
kidney in children in order to slow the progression of chronic kidney disease and extrarenal manifestations, and to maintain
continuity of observation of patients in pediatric and adult nephrological structures.

Keywords: glomerulocystic kidney, classification, HNF-1p gene, MODY5, microdeletion 17q12, children
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AKTyabHOCTb MPOOJIEMBI TTIOMEPYJIOKHCTO3a TI0-
YeK I He(poJIOroB 00yCIIOBIICHA pa3HOOOpa3ueM
OTHUOJIOTUH, TETCPOTCHHOCTHIO KIIMHUKU U XapaKTepa
TEUCHUS, TPYAHOCTAMU paHHeﬁ JUArHOCTHUKU TTIOMEC-
PYJISPHBIX KHUCT B COYETAHUM C PUCKOM IIPOTPECCH-
poBaHUs XpoHHUYecKoi Oone3nn movek. [lox Tepmu-
HOM «TJIOMEPYJIOKHCTO3 TIOYEK» MOHUMAIOT TPYTITY
HACJIEZICTBEHHOM M MPHOOPETEHHOHN MaTONOTHH, Xa-
paxkTepH3yIoleiicss KNCTO3HBIM paciuiupeHrueM B 5%
KIIyOOUKOB TIpocTpaHcTBa Karcyiasl LIymimstHCKOTO—
boymena B 2—3 pasa ot HopMmEI [1-6]. B oTeuecTBeH-
HOHM W 3apyOeXHOUW ITUTEpaType MCIOIB3YEeTCS Clie-
IyIomas TEPMHUHOJIOTHS TIIOMEPYIOKHCTO3a TMOYeK
(tabm. 1).

CormacHO MexTyHapOIHOM CTaTHCTHYECKO Kitac-
cudukanun 0oje3Hel 1 mpoOieM, CBA3aHHBIX CO 3710-
poBeeM (MKB 10-ro mepecmotpa), TIOMEpYIOKHUCTO3
nouek He uMeet mmdpa. [lemecoobpaszHo paccmarpu-
BaTh ero B kiacce Q61 (KucTozHbie 0OJIE3HU MOUCK),
nomkacce Q61.8 (apyrue KucTo3HbIe 0OJIE3HHU ITOUEK)
WJIA B COOTBETCTBYIOIIHX KJlaccax M MOAKIIaccax, ¢ KO-
TOPBIMH ACCOITMMPOBAH ITIOMEPYIOKHCTO3 TIOYEK.

bnaronaps nocTrxeHHAM MOJIEKYISPHOW OMOJI0-
TMW U TCHETHUKU BBIACIICHA ayTOCOMHO-JOMUWHAHTHAasA
TyOyJIOMHTEpCTUIMATBHAS 00JIe3Hb TTOYeK (autosomal
dominant tubulointerstitial kidney disease), u3menu-
JINCh KPUTCPUN JUATrHOCTHUKHU, TAKTHKA U O KUAaCMbIC
HNCXOAbI COCTOSIHI/II‘/‘I, ACCOLMHUPOBAHHBIX C MyTallUAMUN
UMOD, HNF1 renos [7].

HcTopus Bompoca

Onucanus BpOXXICHHOIO KHCTO3a IOYEK C IJIO-
MEpYJSIPHBIMM KHUCTaMH OIyOIMKOBaHbBI B pabo-
tax aBTopoB XIX—XX BexkoB (H. Ribbert, 1889;
E. Ziegler, 1902; A. Roos, 1941) [8, 9]. Tepmun
«glomerulocystic kidney disease» BBeaen J.B. Taxy n
R.B. Filmer B 1976 roxy u ucronp3oBaics Mpu Bcex
TUIAX JIOMEPYJIOKHCTO3a MOYEK, B HACTOsIIEE Bpe-
Ms1 OOJIBIIMHCTBOM aBTOPOB MIPUMEHSETCS JIUILb JJIs
0003HaYCHUS HACIIEACTBEHHBIX (CEMEHHBIX) clryda-
eB pgaHHoro ¢enoruna [§8, 9]. [momepymokucro3
IIOYEK Yalle AMArHOCTUPYIOT Y HOBOPOXKICHHBIX U
JeTel paHHEeTo BO3pPacTa, ONMKUCAHBI CIIOPAINUYECKHE
ciaydau y B3pociubix [10]. J. Bernstein (1993) ykazan
Ha OTIIMYUTENIbHYI0 0COOCHHOCTb TJIOMEPYJIOKUCTO-
3a HOYEK Cpeau APYTHMX KUCTO3HBIX 3a00JeBaHUM
rmodek (pacronokeHne HeOOJIBIINX KUCT MPEUMY-
IIECTBEHHO B CyOKarcynspHOW 0OJacTH KOPKOBOTO
CJIOSI MAPEHXUMBI 00CUX MOYEK) M BBIIEIMI THIIBI
(xaTeropun) 3a0oNeBaHWM, MPOTEKAIONIUX C TJIO-
MEpYJSIPHBIMH KHCTaMH, KOTOPBIE JIC[JIM B OCHOBY
COBPEMEHHBIX KJacCU(PUKaUUN IIIOMEPYIOKHUCTO3a
mouek [2].

B xnaccudukanmu H.Liapis, P.Winyard (2006)
u S.M. Bonsib (2009) BeiaeneHsl 3a00IeBaHMsI, Xa-
PaKTEPU3YIOIIUECS] HATUIUEM TJIOMEPYISAPHBIX KUCT
[11, 12]. Ha ocHOBe peTpOCneKTUBHOro aHanu3a 234
ciry4aeB (10 JaHHBIM juTeparypsl) u 20 coOCTBEH-
HBIX HaOmonenni, J.K. Lennerz u coasr. (2010) BBI-

Tabnuua 1/ Table 1

TepMUHONOrns rMoOMepyJsIoKUCTo3a NoYek
Glomerulocystic kidney disease terminology

B oTeuvecTBEHHOW nuTEpPaATypE

B 3apybexHoi nutepartype

[MomMepynokmMcTo3 noyek

Glomerulocystic kidney (GCK)

IMomepynokMcTo3Has 60/1e3Hb NoYek

Glomerulocystic kidney disease (GCKD)

KncTtbl noyek n cunapom aruabeta (RCAD-cuHapom); cemein- | Renal cysts and diabetes syndrome; RCAD, Maturity-Onset Diabetes
Has rnoniacTnyeckas rmoMepynokmMcTosHas 6onesHs novek, | of the Young TYPES; MODY5; HNF1B-related autosomal dominant

accoummnpoBaHHas ¢ mytaumsammn HNF-16 (TCF2) reHa

tubulointerstitial kidney disease (ADTKD-HNF1p)

IvnepypukemMmmyeckas HedpponaTns; ayToCoMHO-aomMuHaHTHas | Familial glomerulocystic disease with hyperuricemia; UMOD-related au-
rnoMepysiokKncTo3Has 6051e3Hb Noyek, accoummpoBaHHas ¢ | tosomal dominant tubulointerstitial kidney disease (ADTKD-UMOD)

MyTaumsammn ypomogynunHa (UMOD)

OyeHb paHHee Hayaso rMoMepPYIOKMCTO3a NoYeK

«Very early onset» glomerulocystic kidney

Mo3saHee Hayasno rMoMepPYyIOKMCTO3a MoYekK

«Late onset» glomerulocystic kidney
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Tabnuua 2 / Table 2

Knaccudukaumusa v KNIMHUKO-reHeTU4YecKas xapaktepmucTtuka 5 Tunos 3abonesaHuit,
npoTeKaloLwmx ¢ rmomepysiokucto3om nodek H. Liapis, P. Winyard (2006), S.M. Bonsib (2009)
B moandukauum J.K. Lennerz u coast. (2010) [no gaHHbIM 3, 6, 8,9, 11-17]
Classification and clinical/genetic characteristics of 5 types of diseases associated with
glomerulocystic kidney H. Liapis, P. Winyard (2006), S.M. Bonsib (2009)
as modified by J.K. Lennerz et al. (2010) [by 3, 6,8,9, 11-17]

OMIM leH Hacne-
[oBaHve

Tun |. TNOMepynoknUCTo3 NoYek, accoummpoBanHbii ¢ ALAMNT /AP

MmomepynokncTod noyek npu AN

173900 |PKD1 (16p13.3) AD
613095 |PKD2 (4g22.1)
600666 |PKD3 (11q12.3)

MmomepynokncTos noykm npm APIMM

263200 |PKHD1 (6p12.3-12.2) | AR

Tun Il. HacnencteeHHas rMoMepynokKMcTo3Hasa 601e3Hb MOYEK (CUHOHMM: INTOMEpPYJIOKMCTO3Hast 60/1e3Hb NMoYyek)

AyTOCOMHO-A0MMHAHTHAs [MOMEPYJIOKMCTO3Has 60/1e3Hb NoYeK, aCCOLMMPOBaHHAs C
MyTauMsiMU ypOMOZYIHA /
MMomepynokncTosHas 6051e3Hb MoYek C rmnepypukeMmert U M3ocTeHypue

609886 | UMOD (16p12.3) AD

CemeitHas rmnonniacTuieckasl rfioMepyiokMCTO3Hast 6one3Hb Novek, aCCOLMMPOBaHHAs
¢ mytaumsammn HNF1B (TCF2) rena /

KucTbl noyek v cunapom amnabeta (RCAD-cuHapom) /

MHcynnHHe3aBNCKMBI caxapHblii anabeT (B3pochblid Tvin) y monoapix (MODY-Tun
5)/

CeMelHbI/ rMnonaacTU4eCKnin MoMepyJsIoKUCTO3 NoYeK/

HNF1B-accoummpoBaHHasi ayTOCOMHO-AOMUHAHTHas TyOynonHTepcTuumansHas 60o-
nesHb novyek (ADTKD-HNF1B)

137920 | TCF2 unn HNF-1B AD
(17912)

Tun lll. CuHapoManbHbIii FITOMEPYIOKMCTO3 NoYek

ApTPOrpuUnno3HO-noYeYHbI AUCPHYHKLUMOHAsbHbIN XonecTas

208085 |coOTBETCTBYET CMHOPOMY

BanI/IMeE}OMeJ'lI/Iﬂ-I'IO‘-Ie'-IHbIﬁ CUMHAPOM

113470

Cornelia de Lange cnHgpom

122470/
300590

Cunppom ayHa

190685

Marden-Walker cuHapom

248700

Meckel-Gruber cuHopom

249000

OpodaumogmrutanbHbiili CUHOPOM, Tun |

311200

Robert cuHgpom

269000

CuHAPOM KOPOTKUX pebep-nonmaakTuinm

263530/
263520

Smith-Lemli-Opitz cuHgpom

270400

Ty6epo3HblIii CKIepo3

191100

Zellweger LepebporenaTtonoyeyHbli CUHAPOM

214100

Tpucomusa 13 (Patau cungpom)

Tpucomus 9

Tpucomus 18 (Edwards cuHopom)

Jeune cnHapom TopakoachuUKTUHeckom guctpodum

208500

Hippel-Lindau cungpom

193300

Rizzoni cungpom

Tun IV. O6CTPYKTUBHbIN IMOMEPYIOKMCTO3 NoYeK

C nnu 6e3 gmucnnasum CAKUT (MoXeT ObITb OLHOCTOPOHHUM)

He HacnepyeTtcs

Tun V. Cnopagnyeckumin rmomMepyJsioKMCTo3 Novek

Mwemunyeckuii rmomepynokncTos noyek (cknepos, N'YC, 60n1e3Hb TOHKMX Ba3anbHbIX
MemMOpaH)

MomMepynokncTo3 noyek, MHAYLUMPOBAHHbIN NPUEMOM NEKAPCTB (NTUIA)

He Hacnepyetcs

JIeJIEHBl CHHIIPOMBI, IOPOKU pa3BuUTHs, accoruupo- Bonsib (2009) B Mmonudukanuu J.K. Lennerz u coasT.
BaHHBIE C [JIOMEPYJIOKMCTO30M Iouek, ycranosiensl  (2010) 3,6, 8,9, 11-17].
MOJIEKYJISIPHO-T€HETHYECKHE 0COOEHHOCTH ITIOMEpY- JlnarHocTuka

JIoKHcTo3a mmouek [8]. B Tabm. 2 mpexcrasiieHa Kiac-
CI/I(l)I/IKaIII/IH 1 KIIMHUKO-TCHETUYCCKasd XapaKTCPUCTHU-
Ka 5 TUMOB 3a00JIEBaHUMN, MPOTEKAIOIINX C TIIOMEPY-
nmokucro3oM mmouek H.Liapis, P.Winyard (2006), S.M.
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[T1oMepyoKnCTO3 MOYEK dyalle yCTaHAaBIMBAIOT
IIOCJIE UCKITIOYEHUS] IPYTHX KUCTO3HBIX 3a00I€BaHUM
nouek [18-21]. ¥V nereii rpyaAHOro U paHHEro Bo3pac-
Ta Yalie AUAarHOCTUPYIOT CEMEHHYI0 HIIoIIacTuye-
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CKYIO TJIOMEPYJIOKHCTO3HYIO 00Jie3Hb mouek. Berpe-
YaeTcsl CHOPaguueCKUI THII TNIOMEPYIOKHUCTO3a OUEK
y IeTei: y peOeHKa paHHEro BO3pacTa, MOoJIy4aBIIero
IMau3 B TeUEHHE 2,5 JIeT, IpH JICUCHUH aTUITMYHOTO
reMoJuTUKO-ypeMuueckoro cunapoma (I'YC) nwma-
THOCTHPOBAHbI [TIOMEPYJISIPHBIC KHCTHI IPH HEPPIK-
TomuH [6]. Penkumu cirydassMu sIBISIFOTCSI COUYETAHUE
[JIOMEPYJOKHCTO3a MOYEK U renaTod1acToMBbl ¢ MeTa-
CTa3aMH B JIeTKHe y peOeHKa B Bozpacte 5 mec [22],
OIMCaHNE ITIOMEPYIOKHCTO32a MOYEK Y MIIaJIeHLIA IIPH
runomenanose Mto [4]. ImoMepynoKUCTO3 MOUYEK y
miona sBisiercss npuunHoil popmuposanus Ilotrep
MOCIIeI0BAaTEIbHOCTH, PEHAIIBHOE MAJIOBOINE Pa3BU-
BaeTCs Ha MO3JHHUX CPOKaxX IeCTalllu, HOBOPOXKACH-
HBIH C TJIOMEPYITOKHUCTO30M [TOYEK HE UMEET TSKENIOH
TUIIONJIa3UM JIETKUX, TSKECTh COCTOSHUSI B HEOHa-
TalbHOM Iepuofe OOyCJIOBIICHA aHypUEH, OCTPHIM
noBpexaeHueM novek [17]. Ilpu BeisiBIeHUM TI0Me-
PYJIOKHCTO3a Y HOBOPOXICHHBIX IPUMEHSIOT TEPMUH
«O4YCHb paHHEE Hadajao» IJIOMEPYIOKHCTO3a MOYEK
(«very early onset» glomerulocystic kidney). He BbI-
SIBJICHO 3aBUCHUMOCTH CKOPOCTH IIPOTPECCUPOBAHNS B
xpoHnueckyto 0onesns mouek (XbII) or Bo3pacra, B
KOTOPOM JHAarHOCTHPOBAHO 3a0ojieBaHUE, ITIOMEpPY-
JIOKHCTO3 C «O4YEHb PAHHUM HAyaJIOM» MOXKET UMETb
ObICTpOE MPOrPEeCCUPOBAHUE 10 TEPMUHAIBHON ype-
MHUHM B PaHHEM BO3pacTe WJIHM MEIJIEHHOE Mporpec-
cupoBanue B XbII. TepMuH «mo3znHee Hayaaoy» rio-
MepynokucTo3a mouek («late onset» glomerulocystic
kidney) wcmons3yroT y B3pOCHBIX TPH CIIy9allHOM
BBISIBJICHUN 3a00JIeBaHUsl C MEIJICHHBIM MPOTpecCu-
poBanuem B XbII [8, 10].

Oco0eHHOCTH NPOSIBICHUI [TIOMEPYI0KHCTO32
MOYeK NPH yJIbTPa3ByKoBOM ucciaenosanun (Y3HN),
komnboTepHoii ToMorpaguu (KT), marautHo-
pe3oHaHcHoi Tomorpaduu (MPT)

Haubosnee xapakrepusivMu npusHakamu Y 3U npu
[JIOMEPYIOKHCTO3€ MOYEK Y MII0Aa U HOBOPOXKICHHO-
IO SIBJIIIOTCS] THIIEP3XOTCHHOCTh TaPEHXUMBI TIOYEK,
00beM OYEK B HOpPME UJIH YBEJINYCH, UTO 3aTPyJHSET
muddepennuanbayto nuarHoctuky ¢ APIIIL. Pexey
IUI0/1a ¥ HOBOPOXKIEHHOIO Ha ()OHE YBEIMYCHHOTO
o0beMa MOYEK Pa3InYMMbl MEJIKHE KUCTbI, YIUTbI-
Basi ayTOCOMHO-IOMUHAHTHBIM THIl HACJIECAOBAaHUS,
caenyet uckaounTs AJIIIII ¢ oueHb paHHUM BbISIB-
nenuem [19-21]. B pannem Bo3pacte Ha ¢oHE Ha-
pacTaomeil rUIepIXoreHHOCTH HapeHXUMBI MOYEK
Oosee pa3IMYMMbl €AMHUYHbIE MIIK MHOXXECTBEHHBIE
MEJIKHE KOPKOBBIC, CyOKarcCyasipHble KUCTBI (OQHO-
CTOPOHHMX WJIM IByCTOPOHHUX ), yMEHBLICHHE 00be-
Ma IOYEeK WM ACUMMETPHs pa3MepoB IMOYEK, XapakK-
TepHbl aHoMannK YJIC, my3bIpHO-MOYETOUHUKOBBIN
pediaroke, MyaTbTUKUCTO3 TOYKH [9, 23-28]. BrisiB-

JICHUE KUCT B KOPKOBOM CJIO€ APEHXHUMBI — BaXKHBIH
JUArHOCTUYECKUH KPHUTEPHH IJIOMEPYJIOKHCTO3a
MoYeK, OfHako MeToAsl Y3U m KoMIbIOTEpHOH TO-
Morpaduu (0cOOEHHO 0e3 YCHICHHS KOHTPACTH-
POBaHUEM) DPEIKO IMOATBEPKAAIOT TIIOMEPYJSPHbIC
KHCTBI, YTO 3aTPyAHSCT PAHHIOW IMAarHOCTUKY [9,
28]. MarauTHO-pe30HaHCHAs! TOMOTpadus SABISETCS
Hanbonee HPOPMATUBHBIM METOAOM BU3YyaTU3ALIH
MJIOMEPYJISIPHBIX KUCT Yy IeTed u B3pochbix [9, 23,
29]. [nst TA0OMEpYISIPHBIX KUCT HE XapaKTePHBI ObI-
CTpbIE TEMIIbl POCTA, OMMCAHBI OJMHAKOBON (POPMBI
U pazMepa MeJIKHEe KUCTBI B KOPKOBOM CJIOE TTOYEK, Y
B3POCIJIBIX NMALMECHTOB BCTPEUAIOTCSI CIIy4an BhIsBIIC-
HUS TIOMEPYJISIPHBIX KUCT pa3mepoM 67%50 mm [3,
8, 91.

I'mcronioruyeckasi KAapTUHA IVIOMEPY/IOKHCTO-
3a novek

KucTtsl npoucxonsat u3 kancynsl boymena uinu Ha-
YaJIbHBIX OTJIEJIOB IPOKCUMAJIbHBIX U3BUTBIX KaHAJIb-
LB, BBICTJIAHBI KyOWYECKMM OSIMUTEIHEM M Xapak-
TEPU3YIOTCSl PACIIMPEHUEM IMPOCTPAHCTBA KarCyJlbl
Boymena Gonee yem B 2-3 pa3za OT HOPMBI («KHCTa
KIIyOOUuKa»), C)KaTHEM U CMEIICHHEM KallWJISIPHBIX
nerenb Kiyoouka. KiyOoukn kakyTces: MIIEMHYECKH
yCTapeBLUIMMU M MEJIKUMH. XapakTepHa (uOpo3Has
TUNEPIIa3us WHTUMBI cocyloB. B mHTepcTHiuM
BUAHBI MHQUIBTPaThl JuMdouuToB. KaHambisl He
n3MeHeHbl. Ha npononbHOM cpese MOouKu KOPKOBBIH
cioil mpexacrasieH Auddy3HO pacnoaoKeHHBIMU
MeakuMu kuctamu [3, 8, 9]. Ilpu momepynokucTose
MOYEK B CTPYKTYPE HACJICACTBCHHBIX CHHAPOMOB H
XPOMOCOMHOM MaTOJIOTMY TUCTOJIOTHYECKasi KapTUHA
HepoOHonTara pa3u4Ha, HO C 00sS3aTeNFHBIM Ha-
JMYUEM KUCTO3HOM AMJIaTalvy MPOCTPAHCTBA KaIlCy-
ael boymena [3, 5]. Ilpu HacneACTBEHHOM U cIopa-
JMYECKOM INIOMEPYIOKUCTO3€E TIOYEK Y AeTeH paHHEro
BO3pacTa BCTPEYaeTCs AWCIUIA3USI MO3TOBOIO CIIOS
napeHxXumbl noyex [19].

Cpenu nposIBICHUI MOYEBOTO CHHAPOMA TIPH I10-
MEPYJIOKHCTO3€ TIOUEK BCTPEUYAIOTCS FeMaTypHsl, Mar-
HUYpUsl, YpaTypus, IPOTEUHYPHs], HE TOCTUTAIOLIAs
CTCIIEHH HE(PPOTUUECKOrO CHUHIPOMA, XapPaKTEPHBI
runocTeHypus u noauypus [30-39].

MornekyIIpHO-TeHEeTHUECKUH  aHalnu3  SIBIISETCS
COBPEMEHHBIM METOIOM AMArHOCTHKH THIIA TJIOME-
PYJIOKHCTO3a ITOYEK, TO3BOJISICT ONPEACIUTh MPOTHO3
3aboneBanus [3, 7-9, 14-17].

HacnencrBeHHasi rioMepyJioKuCTO3HAast  00-
JIe3Hb MOYeK

AYTOCOMHO-IOMUHAHTHAs IJIOMEPYJI0KHCTO3-
Hasi 00JIe3Hb MOYeK, ACCOLUMHUPOBAHHAS € MYyTa-
uussmMu ypomoayauna (OMIM 609886; familial
glomerulocystic disease with hyperuricemia;
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UMOD-related autosomal dominant tubulointer-
stitial kidney disease; ADTKD-UMOD)

I'en ypomonynun (UMOD, UROM, UMO) pac-
MOJIOKEH B TEHOMHOM JIokyce 16p13.11-p12.3. Onu-
cano Oosiee 30 myranuit UMOD, GOJBIIMHCTBO 13
KOTOPBIX PacIojIOKeHbI B 4-M 9K30HE («ropsidas To4-
Ka») [9].

L. Rampoldi u coasr. (2003) mpeacraBuin ce-
MEHHBIA cay4ail TIIOMEpYJIOKUCTO3HON OOJIe3HU TIO-
YeK MPU MyTallH B TeHe, KOAUPYIOIIEM YPOMOIYIUH
[40]. OTO OTKpBITHE MO3BOJINIO BHECTH IIIOMEPYJIISp-
HYIO KHCTO3HYIO 00JIe3Hb TI0UEK B IPyIINy 3a00ieBa-
HUH 1o O0LIMM Ha3BaHUEM «OOJIE3Hb HAKOTUICHUSI
YPOMOIYJIUHA» HITH «yPOMOIYIHH-aCCOLMUPOBaHHAS
0O0JIe3Hb TOYEK», KOTOpasi BKIIOYACT TaKkKe ceMeii-
HYIO IOBEHWIBHYIO THIIEPYPUKEMHUYECKYIO Hedpora-
turo (OMIM 162000) u Meny/UIIpHYIO KHUCTO3HYIO
Oone3nsb mouek tumna 2 (OMIM 603860) [1].

l'unepypukemusi, aprepuajbHas THUIEPTECH3US,
YMEHbIIEHHE KOHILEHTPAllMN ypOMOAYJINHA B MOYE,
TyOyJOMHTEPCTUIMANBHBIA PUOPO3 W Mmporpeccu-
pyroliee CHIKEeHUE (PYHKIHMU TIOYEK — XapaKTepHOe
MpOosIBIICHHE BCEX Tpex 3a0o0JeBaHUil, CBSI3aHHBIX C
MyTausiMu ypomoayiuna [7, 19, 41]. 3abonesanue
MMeeT ayTOCOMHO-/IOMMHATHBIN THIT HacJIeI0BaHUs B
cembe. [lo pesynasratam Y3 nu MPT pasmep nmouex
MOXET OBITh Pa3IMYHBIM, MOYECBOH CHHIPOM B BHJE
reMaTypuH, IPOTEHHYPHHU; XapaKTepHa THIIEPIXOTreH-
HOCTb KOPKOBOTO cJios TapeHxuMsl [19, 25, 29, 40].

CKpHHUHTOBBIE METO/BI JIOJDKHBI BKIIIOUATh Iie-
JICHANpaBJICHHBIN CeMEHHbIN aHaniu3 ¢ 1000cieno-
BaHUEM YJICHOB CEMBH, OIpEJeIeHHe MapaMeTpoB
pEHAJIBHOM IKCKpPELIMH MOYEBOW KHCIIOTHI, OLEHKY
TyayOsSpHBIX QyHKIUH [7].

CemeiiHasi TUNOMJIACTHYECKAS] TJIOMEPYJIOKH-
cTO3HAsA 00JIe3Hb MOYEK, ACCOMNUPOBAHHAS C MY-
tanusimu HNF-1p (TCF2) rena (OMIM 137920;
ORPHA 93111; HNF1B-related autosomal domi-
nant tubulointerstitial kidney disease; ADTKD-
HNF1B; MODYS5; RCAD cunapom)

Yacrora HNF1B (HNF-1p)-accounupoBaHHbIX
3a00JcBaHUI TOYEK He YyCTaHOBIeHa, B Muuu-
[Mupenen u JIumysen coctasuster 1:67 000, apnssch
B 3TUX pernoHax PpaHIUM BTOPHIMU IO PacCIpo-
CTPAaHEHHOCTH HACJIEACTBEHHBIMU 3a00JIEBaHUSIMH
noyek [42]. CemeliHasi TUIOIJIACTHYECKas TJIOMeE-
PYJIOKHCTO3HAsT 0OJIe3Hb MOYEK, acCCOLMMPOBAaHHA
¢ myrtamusimu HNF-1B/TCF2 rena wim HNF-1(3-
acCOLMMPOBaHHAs ay TOCOMHO-A0OMHHAHTHAS TyOyI10-
MHTEpCTULIMaIbHAs 0ose3Hb mouek (OMIM 137920),
spisieTcs opdanHbM 3a6oneBanneM (ORPHA 93111)
¢ yacrotoit 1-9:1 000 000 nacenenus [1, 43].

I'en ¢paxropa Tpanckpunuuu 2 (TCF2), kogupyio-
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muid sepHblil dpaktop renmarommtoB 1 (HNF-1B),
pacnonioxkeH Ha xpomocome 17q12. Myrtauun HNF-
1P BuepBbie onmicanbl B 1997 rogy kak peakast mpu-
YuHa pa3BUTHUS caxapHoro nuabera (MODYS) [30].
HNF-1p — unen cemeiicTBa TpaHCKPHUIIIIHOHHBIX (pak-
topoB (Pit-1/Oct-1/Unc-86 nim POU) [28]. M3BecTHO
oxkoio 230 myrarmit HNF-1 rena [31, 44, 45], vame
B NepBhIX 8 U3 9 HK30HOB [26, 46]. «[opstunmMu TOY-
kamu» HNF-1f sBnstores 2 u 4 sk30nbI [47]. B He-
POJICTBEHHBIX CEMbSIX YaCThIMHU SIBJISIOTCS KPYIHBIC
nenenuu (34-53 %) u muccenc-myraruu (18-31%)
HNF-1pB rena [26, 47]. De novo myranmmu HNF-13
BcTpeuarorest B 40-50% ciiydaeB, U3 HUX JEIACUU
cocrasisioT 83 % [42, 45, 47-49]. HNF-1B neiictBy-
eT Kak romo- wiu rereponumep ¢ HNF-1la, urpaer
KJIFOYEBYIO POJIb [T TKaHECTICUU(UUHBIX PEryJsiTo-
POB KCHPECCUU TEHOB B MEUEHH, JKETYEBBIBOISIINX
NPOTOKAX, MOYKAX, KUIICUHUKE, JKEIIyAKE, TOJIOBHOM
MoO3re, JEeTKUX, SMUHUKAX, SMYKax, MaTke, B-KIeTKax
MOIKETYIOYHOM JKeJIe3bl, TUMYCE, TapaluTOBHIHBIX
xeJe3ax. BimsiHue Ha sSMOpHOHAIBHOE Pa3BUTHE Op-
TaHOB OOBSICHACT MYJIBTHCUCTEMHOCTh KIMHUYECKUX
nposieinennit pu myTarusix HNF-1B, npu stom xa-
paKTepHa BHyTpUCEMEHHasi TeTepOreHHOCTh MPOsIB-
JICHUH, OTCYTCTBYIOT FeHOTUI-(DEHOTUHUYIECKHE KOP-
pemsiuu [26, 32, 33, 47, 50].

[latonoruss mowek sBiseTcs Hauboiee H3Y-
YEHHBIM KIWHUYECKHM TposiBieHueM HNF-1(3-
aCCOIMHMPOBAHHOIO 3a00JeBaHUsI B JETCKOM BO3-
pacre, B 53 % BrisABIsIeTcs o Y3 mpeHaranbHO (C
17-# Hexenn) B BUJIE THIIEPIXOTCHHOCTH MTAPEHXUMBI
MOYEeK, 00beM MOUEK HOPMAJIbHBIN NIIM HE3HAUYNTEIIb-
HO yBenm4deH [26, 27, 32, 45]. Cpeau moyeuHsIX NMpo-
SIBIICHU, acCONMUPOBaHHBIX ¢ MyTarusimu HNF-13
reHa, 65—87% COCTaBISIIOT pa3IMYHBIE BapUaHTHI
KHCTO30B (CceMeliHas TUHOIUIaCTHYeCKas ITIOMEpy-
JIOKHUCTO3Hast 0OJIE3Hb IOYEK, COJIMTAPHBIC KHUCTHI,
MYJIBTUKACTO3HAs! JUCIIIa3Hs MOYKH), BCTPEUAOTCS
TUIOIJIa3Ms MOYEK, MOJKOBOOOpa3Has IMOYKa, OJH-
romerane(ppoHusi, THAPOHEPPO3, THIPOypeTep, Ka-
HaJIbLIEBbIC HAPYLICHNS (TUIIEPYPUKEMHUS, THIIEpMar-
HUYpHs), XxpoMooOHast modeyHast Kapimaoma [9, 24,
26, 27, 32, 34, 45, 46, 51-53]. Cuurarot, uro HNF-
1B xoHTponupyeT Hedporenes, mudhepeHInpOBKY
SMUTENNS KaHAJIBIIEB, TPAHCKPHUIILHNIO, T€HOB, OTBET-
CTBECHHBIX 32 ()OPMUPOBAHUE M POCT MOYECUHBIX KUCT
(PKHD1, PKD2, UMOD, NPHP1 u Tg737/polaris),
32 BHYTPHITOYEYHBIH MeTaboIm3M, peadbcopOIuio Ka-
HasblieB [50, 54, 55].

C. Bingham u coast. (2001) mox4epkHyIu CBS3b
TeTEepPO3UrOTHON MyTalMM B TEHE sACpPHOro (ax-
Topa remaronuToB-lbeta (HNF-18) mpu cemeiinom
TUIOIJIACTUYECKOM BAapHAHTE IJIOMEPYJIOKHCTO3HOM
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0O0JIe3HU TOYEK, KOTOPBIH HacledyeTcs ayTOCOMHO-
JOMHUHAHTHO [34]. B HeoHaTanbHOM NEpHOAE IMPHU
IJIOMEpPYJIOKHCTO3€e, accoruupoBaHHoM ¢ HNF-1(3-
MyTausiMiM, obbeM mouek mo Y3W BapuaOenen
(-2,5+2,5 SD), BeIsSBIsSIETCS THIIEPIXOT€HHOCThH I1a-
PEHXUMBI TOYEK (TyOyJOMHTEPCTUIIMAIBHBIA (H-
0po3), CHIKEHA WIIM OTCYTCTBYET KOPKOBO-MO3TOBast
muddepeHIpoBKa NapeHXUMbI OYEK, B KOPKOBOM
cjioe 00erX MOYEK BBISBIISIOT MHOXKECTBCHHBIE MEJI-
ke (MeHee 5—8 MM) KHCTBI; B IPyAHOM M pPaHHEM
BO3pacTe OTMEYAaeTCss YMEHbBILICHHE O0beMa MOo4YeK
[25-27,31, 32, 45,47, 50, 55]. Bctpeuarorcs peakue
ciryyan 6e3 MOp(OIOrHIecKOro M3MEHEHHS B TIOUKaX
[53].

[Ipenaranpro mpu  HNF-1B-acconnupoBanHOM
3a00JIeBaHUM PEIKO BBIBIIETCS ManoBoaue. Jua-
FHOCTMKA MajlOBOJMsI HAa PaHHMUX CpOKax IpH Ha-
JIUYHAN XapakTepHOM KapThHbl Y3 modek y miozxa
SIBJISIETCS. MIPU3HAKOM TSKECTH COCTOSIHHSI M BBICO-
KOT'O PUCKa Pa3BUTHsI OCTPOrO MOBPEKICHUS MOYEK
B HEOHATAJILHOM IEPHOJE IPHU TUMOILIACTHYECKOM
[JIOMEPYJOKHCTO3HOW OO0JIe3HH, aCCOLMMPOBAHHOM
¢ mytamueid HNF-1B [25, 26, 32]. Onucansr cirydan
nonuruapamunona o 11 u I Tpumectpe 6epemenHO-
CTH 110 NpUYKHE (PeTaTbHON NOINYPUH TIPU KUCTO3aX
MOYEK, aCCOIMUPOBaHHBIX ¢ nenenueit rena HNF-13
y IU1071a, B HEOHATAJIBHOM TIEpHOJIE y ACTEH COXpaHu-
JIMCH MOJMYPHUSI M SNEKTPOIUTHBIC HApYyLICHUS, IPH
9TOM UCKJIIOUEHBI CaxapHbIil [uabeT y MaTtepu U Apy-
rU€ NPUYUHBI MOJUTUAPAMHUAOHA [25].

Huarnoctuueckoil TeTpanoil ceMelHol runoria-
CTHYECKOM TIIOMEPYIOKUCTO3HOM OOIE3HHU MOYeK, ac-
couunpoBanHoii ¢ mytanusimu HNF-1 (TCF2) rena,
SBJSIFOTCS: YMEHbLICHHE 0o0beMa I0YeK, pacluupe-
HUE WIM aHOMAJIMM YallleYHO-JIOXaHOYHOHM CcHcTe-
MBI, paHHee (70 25 JeT) Havyalo caxapHoro nuadera
(MODY5) niun HapyLeHHs TOICPAaHTHOCTHU K [JTFOKO-
3€, ayTOCOMHO-JIOMUHAHTHBIA THIT HAcIeq0BaHus [9,
26, 27,32,33,47].

[Ipu HaOmoneHNM B JUHAMUKE (B CpPEIHEM BpeMsI
HaOMI0AEHUS COCTaBUIIO 4 rojia) B IETCKOM BO3pAcTe
mpu HNF-1B-acconmupoBaHHOM KHCTO3€ TOYEK HE
BBISIBJICHO 3HAYMMOTO YBEJITMUEHHS yrcia KUCT B 72 %
ciryyaeB. B GonbmmHCTBE cityyaeB (GyHKIHS TIOUEK CO-
XpaHHa, XapaKTepHO MEAJICHHOE IMPOrpecCUpOBaHUE
XBII, 3a ucxmouernem HNF-13-accommmpoBaHHBIX
3a00J1eBaHMI TOYEK ¢ 04eHb paHHUM HadanoM (VEO-
HNF-1pB), xorma BO3MOXXHO TPOTPECCHPOBAHHE IO
TEPMHUHAIBHON YPEMUU HA MIEPBOM TONy KU3HHU [26,
27, 32, 47, 56]. HaunoHanbHbI KIMHAYECKUM pe-
ructp neret u mompoctkoB (I'epmanus, [lombrra,
Uexwusi) mpuBeN pe3ynbTarThl HaOMoneHus y 62 nerei
n mogapoctkoB ¢ HNF-1B-acconuupoBaHHBIM TIpO-

rpeccupoBanuemM B XbBII. Ckopocts mporpeccupo-
BaHusa XbBIl y geteil u moapoCTKOB 3aBUCUT OT TUMA
MyTaluu (AeJeUnu, MUCCEHC, CIUIAHC/KpYyIHbIC WH-
CEpLUH, CTOM) U CKOPOCTH YBEJIMYEHHs KOJHMUYCCTBA
KUCT (TI0 pe3ynbrataM exeroguoro Y3M-koHTpons).
CpenneronoBoe camkenne CK® cocrasmno —2,8 mn/
muH/1,73 M?/Tox y eTell U TOAPOCTKOB MPU YBEIIH-
YEHNHU KOJMYECTBA MOYCUHBIX KHUCT (Oosiee 5 KHCT B
ron) u —0,33 mu/mun/1,73 M*roq — Ipu OTCYTCTBHU
JUHAMHUKHU KUCT. B meTckoM Bo3pacte mporpeccupo-
BaHue B XBIIC 4-5 ormeueHo B 36 % npu MUCCEHC-
MyTalusx, B 18 % — mpu craic-MyTauusx/KpymHbIX
uHCepIMAX. YacTora BBISBICHHUS SKCTPapeHAIbHBIX
NPOSIBJICHUH Y IeTeH U MOIPOCTKOB HE UMEJa 3HAYH-
MBIX OTJIMYUI B CPaBHUBAEMBIX IPYIIAX U COCTABU-
ma ot 36 10 46% npu pasINYHBIX TUMAX MyTalHN
HNF-1B [47].

Cpenn  BHEMOYEUHBIX MPOSABICHUH MyTaluil
HNF-1B (TCF2) rena y nmauMeHTOB JHArHOCTHPY-
ercs caxapubiii quader (MODYS; HNF1B Diabetes
or Maturity-Onset Diabetes of the Young Type 5),
MaTOJIOTUsl MEUEHH M JKEIYECBBIBOAALIMX MPOTOKOB,
MOPOKU Pa3BUTHS MUILEBOAA, [10Jarpa, MNepBUYHbIN
TUIIEPIIApaTHPE03, HEKTPOIUTHBIC HapyleHus (Tu-
NOMarHUeMusi, TUIOKAJIHEMHs), HEHpOCEHCOpHas
IyXO0Ta, JIUHNOAUCTPO(HUs, THHEKOJIOTHYecKas Iia-
TOJIOTHS: JIBypOras Marka, areHe3us MaTKd, yJABOe-
Hue Bnaranuma, Mayer-Rokitansky-Kiister-Hauser
CHUHIPOM, JIBYCTOPOHHSISI areHe3us CEeMsIBBIHOCSIINX
MPOTOKOB, THIOCHAIUs, KPUITOPXHU3M, BapUKOIEe,
TUIOIJIA3Msl SIMYEK, KUCThl MPHUIATKA SIMYKA, KUCTHI
CEMCHHBIX Iy3BbIPHKOB, ACTCHOCIICPMUS, OIYXOJH
SIMYHUKOB, MPEACTATeIbHOM Kene3sl [1, 8, 17, 26-28,
32, 33, 47, 56-58]. YacToTa BbISIBIICHHS BHEIOYECY-
HBIX TIposiBiieHnid myTammii HNF-1P rena yBennum-
BaeTcs ¢ BO3pacToM nanueHTos [31, 59].

CaxapHblii 1nabeT, caMoe 4acToe BHEMOYEUHOE
MPOSIBJICHUE CEMEHHONW T'MIOMJIACTUUYECKON TIJoMe-
PYJOKHCTO3HOW OOJIE3HM MOYEK, ACCOLMMPOBAHHOM
¢ myrauusmu HNF-1B (TCF2) rena, pa3suBaert-
Csl Yy TIOAPOCTKOB, PeXe — y JeTel paHHero Bo3pac-
Ta U HOBOPOXAEHHbIX [46, 47]. HecMoTpst Ha TO,
yro MODYS5, BeBanublii mytamuein HNF-1B, co-
craBiger 1-6% cioydaeB cpeau BCeX BapHUaHTOB
MODY nuabera, aBTOpbl PEKOMEHIYIOT MPOBOAUTH
MOJICKYJISIPHO-TEHETUYECKOE HCKIIIOYEHUE JTaHHOU
naTojoruu y Bcex nanueHtoB ¢ MODY paxe mpu
OTCYTCTBHM KJIMHUYECKUX IPHU3HAKOB IOPAKEHUS
moyek [35, 60]. Coveranume caxapHoro guabera
MODYS5 c¢ kucramu nodek npu myraumn HNF-1(3
(TCF2) rena nonyunno nazBanue RCAD-cunmpom
(Renal Cysts And Diabetes syndrome) [43]. Ilpu-
YMHA Pa3BUTHS CaxapHOro aAuadera — THIIOMJIa3Hs
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MOKEITYIOYHON  KeJe3bl, IUCHYHKIHS [-KIETOK,
CHIKCHUE CEKpEelMH MHCYIMHa (M3-3a HenocTaTKa
HelporeHnHa-3 B MPEALIECTBEHHUKAX SHAOKPUHHBIX
KJICTOK TOJIKETYIOYHOM KeJe3bl) U Pe3UCTCHTHOCTH
KJICTOK II€YEHH K MHCYIMHY Y NallMeHTOB C MyTalusi-
mu HNF-1B (TCF2) rena [28, 46, 52]. Y HOcurenei
HNF-1p myTanuii cHI>KEHBI ¥ alliHApHAs, U TIPOTO-
KoBasi QYHKLUH TOKETYJ0UHON xKene3bl [52]. CHu-
KEHUE CEKpEeLMH MHCYJIMHA Y IJI0A CIIOCOOCTBYET
POKIEHUIO ¢ HU3KOM Maccoi Tena [46].

HNF-1p Bnusier Ha BHYTpUYyTpOOHOE popMHUpOBa-
HUE MeYeH! U (YyHKIHIO FeNaToLUTOB MOCIe PoXKIe-
Huda [46]. OnucaHbl KIMHUYECKUE CIydad XOJIECTa-
THYECKOH JKEJITYXH y HOBOPOXKICHHBIX C aTpe3ucit
BHYTPHIICYCHOUYHBIX TPOTOKOB, aTpO(UU KEITIHOro
My3bIps, NepHUIopTagbHOro (Gubpos3a mnedeHu, o0
21% cnyuaes npu mytauun HNF-1B (TCF2) rena (8
cpenHeM Bozpacte 11 jer) cocTaBuiao OeCCUMIITOM-
HOE NOBBILLIEHUE TPaHCaMHUHAa3 B KpoBu [27, 33, 43,
4547, 61-63].

VY nereit u mogpocTkoB nipu MyTarun HNF-1 ru-
nepypukeMusi Bcrpeyaercs B 37% (B cpegHeM BO3-
pacte 1 rox), runomarauemust — B 24—50% (B cpen-
HeM Bozpacte 10 sret). Myranun HNF-1 npuBogst k
nedexry Tpanckpunuy FXYD2, koTopslit kogupyer
y-cyorenuaunity Na'-K*-AT®a3pl, OTBETCTBEHHYIO
3a TPAHCHOPT MOHOB B SMUTEINU JUCTAIbHBIX U3BU-
ThIX KaHaublleB [32, 33, 36-38, 45, 49, 58, 59]. Bos-
MOKHO pasButue cunapoma danxonu [43]. Crenens
BBIPQKCHHOCTH THUIEPMArHUYPHH, THIIOKAJIBIINYPUH
YBEJIMYNBACTCS C BO3PACTOM MAIMEHTa, Y MOAPOCT-
KOB 1 B3pocibix ¢ mytanusmu HNF-1B crenctBuem
TUTIOMarHueMuu siBJsieTcsl TunokaiueMus [36, 37].
'unomarauemMust MOXeT ObITh EPBBIM IPOSBICHUEM
HNF-1pB-accomuupoBannoro 3aboneBanus [64, 65].
[Ipu ayTOCOMHO-TOMHHAHTHOM HACJICIOBAHUH TUIIO-
MarLueMuu B ceMbe, Gitelman-momoOHOM rumomMar-
HUEMUU PEKOMEHAYETCs MPOBOIUTH MOJICKYISPHO-
TeHETHYECKOE TECTUPOBAHUE AJISI UCKIIIOUCHUS (DyHK-
LUOHAJIBHBIX HApyIICHUH JUCTAJIbHOTO HW3BUTOIO
KaHaJbIla, aCCONMUPOBAHHBIX ¢ MyTarmsivu HNF-1[3
reHa [32, 33, 36, 37, 45, 49, 59, 64].

Ho 50% ciyuaes HNF-1f-acconunpoBaHHbIX 3a-
OoJiIeBaHMl CBA3aHBI ¢ MONMHON Aenerment rena HNF-
1B B cTpyKTYype CHHIPOMa XPOMOCOMHON MUKpOeie-
mu 17q12 (c 3axBarom emie 14 cocennux reHoB) [27,
31, 58, 60]. Yacrora cunapoma mukpoaeneuuu 17q12
coctaniseT 1,6:100 000 uenosek [60]. Onucansl mo-
poku pa3zButHs nouek U Mouesbix nytei (CAKUT),
areHes3Mst TeJla ¥ XBOCTa MOKEIYI0OYHOM KeJle3bl Mo
naHHeIM MP-Xonanrnonankpearorpadguu mpu mo-
Hoit geneuun 17ql2 [60]. HepBHO-nicuXuueckue u
MICUXOHEBPOJIOTHYECKHE PACCTPONCTBA (CHMKEHHUE
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MHTEJJICKTa, TPYIHOCTH B OOYyYCHHH, CUHJAPOM Jie-
¢unyTa BHUMAaHUS, TUIIEPAKTUBHBIC COCTOSHHSA, ay-
TUCTUYHBIE YEpThl, dnuiencusi) 0ojee XapaKTEePHBI
U1t Mukpoaenenuu 17ql2 ¢ 3axBarom coceqHuX re-
HOB [27, 47, 58].

BayTtpucemeiinas KIMHUYECKass TeTEPOreHHOCTb
HNF-1B-accommumpoBaHHOTO 3a00J€BaHUSA, OTCYT-
CTBHE T'€HOTHI-(EHOTUITUUECKUX KOPPEJSLHUA U pe-
3yJBTaTOB JIOJTOCPOYHBIX HAOMIONCHUN 3aTPYIHSIOT
MEIUKO-TeHETUYECKOe KOoHCYynbTupoBanue [47]. Ilpu
aHaJIN3€ POAOCIOBHOM CICAyeT YUUTHIBATh: HATTMUHNE
caxapHoro nua0eTa ¢ paHHUM HauyaJloM, COJINTapHBIX
¥ MHO>KECTBEHHBIX KHCT, 0COOCHHO PacIiooKEeHHBIX
CyOKOpPTHKaJIbHO, YMEHBIICHHE Pa3MEPOB MOYEK, TU-
MOTUIA3HIO TOJKEITY 04 HOM JKeie3bl Y POACTBEHHUKOB
[26, 49]. Cunuratot, yto HNF-1B-accounnpoBanubie
3a0oneBanus nouek y fereid B 80 % BO3ZHHUKAIOT MPH
Hacjel0BaHuU 1o MaTtepuHckoi nunuu [47]. Hecmo-
TpsI HA TO, YTO 3HAYMUTENIbHAS YacTh MyTallMid IpoucC-
X0IiT de novo, OTCyTCTBHE CEMEHHOro aHaMHe3a He
JIOJKHO TPENATCTBOBATh FTeHETHYECKOMY TECTHPOBa-
Huto Ha MyTtanuu HNF-10 rena npu kucTo3ax mouex,
0COOEHHO MpPH COYETAaHUH KUCTO3a MOYEK (COMUTap-
HBIX WJIM MHOXECTBEHHBIX KHCT) C HApYLICHHUEM TO-
JIEPAaHTHOCTH K IVIFOKO3€ MJIM PAHHUM Ha4ajioM MHCY-
JMHHE3aBUCHMOTO caxapHoro auadeta [26, 49].

Benenne nereii U NoaAPOCTKOB € IJIOMEPYJI0KH-
€TO30M IOYeK

OCHOBY TaKTHKH BEICHHS AETEH M MOAPOCTKOB C
IJIOMEPYJIOKHCTO30M TIOYEK COCTAaBIACT Heporpo-
TEKTHBHBIH moaxon. JledyeHne 3aBUCHUT OT TUHA IJIO-
MEPYJIOKHCTO3a MOYEK, XapaKTepa M BBIPAXKEHHOCTH
HKCTpPapeHAIbHBIX MIPOSIBICHUN, CTEIICHH HAPYILICHHS
(dhyskmn ovex [24, 56, 66].

ITpu ayTOoCOMHO-TOMHUHAHTHOM ITIOMEPYJIOKHCTO3-
HOH 00JIE3HHU MOYEK, ACCOLMUPOBAHHON C MyTalUsAMU
YPOMOYJIMHA, JIeueOHbIe MEPONIPHUATHS TOJKHBI OBITH
HAIIPaBJICHbl HAa KOPPEKLMIO THIICPYPUKEMUH, apTe-
pPHAIBbHON THMIICPTEH3UH, TYOYJIOMHTEPCTHIHAIBHOTO
(hubpo3a, 3ameanenne nporpeccupoBanus B XbI1.

[Ipu cemeiHOM rUMONIACTUYECKON [TIOMEPYIOKH-
CTO3HOH 0OJIE3HM MOYEK, ACCOLMUPOBAHHOM C MyTa-
usimu HNF-1P rera, HeoOXoauM KOHTPOJIh YPOBHS
runepriaukeMun. Caxapuelii auadber (MODYYS), ac-
comuupoBanHbii ¢ HNF-13, B ommume or apyrux
tunoB MODY He 4yBCTBUTENEH K JIEKAPCTBAM CYIb-
(hOHMIIMOYEBHHBI ¥ paHHEW WHCynMUHOTepanuu [27].
JleueOHbIE MEPONIPHSTHUS 1OJDKHBI OBITH HAIIPABIICHBI
Ha 3aMeJICHHE TYOYJIOMHTepCTULHAIBHOTO pubpo3a,
KOPPEKLHUIO 3JIEKTPOIUTHBIX HapyuieHui [50, 55, 59,
64, 65]. Ilpu nporpeccupoBaHUM B TEPMHUHAIBHYIO
MOYEYHYI0 HEAOCTaTOYHOCTh B JETCKOM BO3pacTe,
xapakrepaoMm it HNF-1B-acconmupoBanHoii maro-



ISSN 1561-6274. Hedponorus. 2020. Tom 24. Ne3

ISSN 1561-6274. Nephrology. 2020. Vol. 24. Ne3

JIOTUM TIOYeK (C KUCTaMU Wir 0e3) ¢ OYCHb PaHHHUM
BBISIBIICHHEM, ITPOBOAST 3aMECTUTENILHYIO TOYEUHYTO
Tepanuto [47].

IIporHo3 riomMepy/I0KHCTO3a MOYEK 3aBUCHT OT
OCHOBHOI NPUYMHBI pa3BUTHA 3a00JIeBaHuUs, 0COOCH-
HOCTEH TEYCHUS! KIMHUYECKHX MNpOSBICHUN 3a00-
JICBaHUSI M CKOPOCTU CHIKCHUS (YHKIUH To4ek. B
nerckoMm Bospacte HNF-1f3-acconmmpoBannas nmaro-
JIOTHS TIOUEK XapaKTepPH3yeTCss MEAJICHHBIM CHHKe-
HUEM MoYeyHON (PyHKUNH (32 HCKITIOYCHUEM CITyyacB
OYEHb PAHHETO BBISBICHUS 3a00JIeBaHUs U OBICTPOM
YBEJIMYEHUH KonudecTBa KUcT). CKOpocTh mporpec-
cupoBanus B XbII yBenuuuBaeTcs y B3pOCIIbIX Nalu-
entoB [10, 59]. B3pocnbiM nanueHTaMm peKOMEHIYIOT
MIPOBOANTL KOMOMHHMPOBAHHYIO TpPAHCIJIAHTALHIO
MOYEK U MOPKEITYAOUHON Kelle3bl, TaK KaK HaJHMYue
caxaproro nuabera (MODY ), acconmupoBaHHOTO €
HNF-1p, yxyamaer mporHO3 B MOCTTpPaHIUIAHTAIIH-
OHHOM nepuoze [56].

SAKJIIOHYEHUE

VYcraHoBieHAa  3THOJOTMYECKas W KIMHUKO-
TeHETHYECKass TIeTePOreHHOCTh IJIOMEPYJIOKHCTO3a
MOYEK B JETCKOM Bo3pacTte. [1aTh Thmnos romepysio-
KHCTO3a TOYEK (IJIOMEPYJIOKUCTO3, aCCOLMHPOBAH-
b1l ¢ AJIIIIT u APIIII; HacnencTBeHHas IioMepy-
JIOKHCTO3HAs1 OOJIE3HB OYEK; CHHIPOMANbHBINA, 00-
CTPYKTUBHBI M CHOPAaIMYECKUH ITIOMEPYJIOKHCTO3
MOYEK) MPEACTAaBISIOT TPYINIy HACJIEACTBCHHBIX,
BPOXKJCHHBIX U MPUOOPETEHHBIX 3a00JIeBaHU Y Jie-
Tel. JI7s HacneCTBeHHOW IIIOMEPYIOKICTO3HOM 00-
JIE3HH TIOYEK XapaKTePeH ayTOCOMHO-IOMHUHAHTHBIHI
THUII HACJICJOBAHUS, JaHHbIC JINTEPATyPbl YKa3bIBAIOT,
YTO CEMEHHas TUMOIUIaCTUYECKask IIOMEPYIOKUCTO3-
Hasi 00JIe3Hb MOYEK, ACCOLMMPOBAHHAS C MyTallUsIMH
HNF-1B/TCF2 rena (OMIM137920), yamie BcTpeya-
eTcs y HOBOPOXKJCHHBIX U JIeTel paHHEro BO3pacTa,
ayTOCOMHO-JOMHUHAHTHAsl TJIOMEPYIOKUCTO3Has 00-
JIe3Hb T0YEK, aCCOLIMMPOBAHHAs C MyTalUsSIMHU Ypo-
mozaynuaa (OMIM609886), — y OApOCTKOB M B3pOC-
JBIX MAeHToB. HeoOXoanMbl CHCTEMHBIH MOIX0A B
JMAarHOCTHKE U JICYCHUH INIOMEPYJIOKHCTO3a MOYEK Y
JieTell ¢ LeIbI0 3aMeUICHHS TPOTPECCUPOBAHNUS XPO-
HUYECKOH OOJIE3HM MOUYEK M BHETIOYEUHBIX MPOSIBIIC-
HUM, COXpaHEHHE IPEEMCTBEHHOCTH HaOII0eHUs
MAIMEHTOB B MIEINaTPUUYECKOM 1 B3pOCIIOi HedpoIIo-
TMYECKOH CTPYKTypax.
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