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eab ucclienoBaHNs — OLEHUTh B KATaMHe3€e 0COOEHHOCTH TeYeHHs1 M MCXO0/a B XPOHHYECKYIO 00JIe3Hb MOYEK BPOXKIAEHHBIX AHO-
Mamii noyek u moueBbiBosux nyteii (CAKUT-cunnpom), acconMmpoBaHHbIX ¢ PeAKAMH HACJIEICTBEHHBIMI CHHIPOMAMM Y JIeTei
U TO/IPOCTKOB, COMOCTABUTH Pe3yJbTATHI C AAHHBIMU JMTEpaTypsl. [IpuBeeHbl pe3yabTaThl KATAMHECTHYECKOTO WCCJIEI0BAHUS
0CO0eHHOCTE} TeYeHHs H IPOrPeCCUPOBAHNS B XPOHHIECKYIO 00J1€3Hb MI0YEK C CHHAPOMAIBHBIMH BPOKIEHHBIMH AHOMAJIUSIMH II0YEK
U MOYEBbIBOAAMIMX MyTeil MPH PeAKUX HacseacTBeHHbIX cuHapoMax (Pierson, Fraser 1-ro Tuma, rumoaucmia3usi/aniasus novexk
3-ro Tuna, Schuurs—Hoeijmakers, CHARGE, Lowe, Renal-Coloboma, VACTERL-accouuanusi) u npu XpoMOCOMHO# aHOMAJIMH
(IIepemeBckoro—Tepuepa Mmonocomus 45X). Y 4 u3 9 nereii ¥ HoAPOCTKOB C BPOXKIEHHBIMUA AHOMAJIMSMH MOYEK U MOYEBBIBOASILINX
nyTeii NPU PeJIKUX HACJIECTBEHHBIX CHHAPOMAX KOHCTATHPOBAHO (hOpPMUPOBAHUE XPOHNYECKON 00JIE3HU MTOYEK.

Karoueeote caosa: demu, CAKUT-cundpom, pedkue HacredcmeerHble CUHOPOMbL, XPOHUYECKAs 00Ae3Hb NOUeK, AHOMAAUU NOHEK U MO~
4egble00UUX NYymeil.

Ansa yuntnpoBauns: Kytoipio U.3., Jlesnawusunn X.I., batpakos [./]., CaBeHkosa H./[. KatamHe3 getevi v nofpoCTKOB C BPOXAEHHbIMU aHO-
MasISIMU r0YEK Y MOYEBbIBOLASILLMX MYTEW, aCCOLMNPOBAHHLIMU C PEAKUMU HACTELACTBEHHbIMY CUHAPOMaMU. POC BECTH nepuHaTos v neamartp
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The purpose of the study was to evaluate the course and outcome in chronic kidney disease of congenital anomalies of the kidneys and
urinary tract (CAKUT) associated with rare hereditary syndromes in children and adolescents, and to compare the results with liter-
ature data. The results of a follow-up study of the course and outcome in chronic kidney disease with syndromal congenital anomalies
of the kidneys and urinary tract in rare hereditary syndromes (Pierson, Fraser 1 type, Renal hypodysplasia/ aplasia 3 type, Schuurs—
Hoeijmakers, CHARGE, Lowe, Renal-Coloboma, VACTERL association) and chromosomal abnormalities (Shereshevsky—Terner
monosomia 45X) are presented. In 4 out of 9 children and adolescents with congenital anomalies of the kidneys and urinary tract
with rare hereditary syndromes, the formation of chronic kidney disease was established.
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npobiemMbl  O0yCJIOBJIeHA OCOOEH-

q KTyaJIbHOCTb HaCJICACTBEHHbIMMN CUHIpPOMaMHn y JIeTen u IoapoCT-
OCTAMMU pa3BUTUA, TECUCHUA M HUCXO0Aa COYECTaH-

koB [1]. CAKUT-cunapom y rienmatpuueckux marueH-

HBIX BPOXIEHHBIX aHOMAJIU TMOYEK W MOYEBBIX ITyTei
(CAKUT-cunnpomMm, congenital anomalies of the kid-
ney and urinary tract), acCOUMUPOBAHHBIX C PEAKUMU
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TOB pacCMaTPUBAIOT KaK M30JUPOBAHHbBIN (BPOKIEHHBIE
AHOMAJIMM TIOYeK M MOYEBBIBOISIIMX ITyTei) WM CHH-
JIPOMAaJTbHBIN (BPOKIEHHBIE aHOMAJIUM TIOYEeK U MOodYe-
BBIBOASIINX TIyTel, acCOLMUPOBAHHBIE C PEIKUMU
HaciencTBeHHbIMU cuHapomamu) [1—10]. BpoxneHHbie
AHOMAJIMM TIOYeK M MOYEBBIBOISIIMX TyTeil TpeacTaB-
JISIIOT TETEPOTeHHYI0 TPYIIYy COYEeTAHHBIX aHATOMUYe-
CKUX aHOMaJIMii OpraHOB MOYEBOIl CHUCTEMBI, KOTOPBIE
YacTO AMATHOCTUPYIOT MPEHATATbHO W Y HOBOPOXICH-
HeIx gereil. A.J. Barakat, J.G. Drougas (1991) [1] cucte-
MaTU3UPOBAIM COYETAHHBIE BPOXIECHHBIE AHOMAJUU
MOYeK WM MOYEBBIBOASIINX IMyTei, BBIACIUB aHOMAJUU
MOYeK, MOYETOYHMKOB, MOUYEBOTO TIy3bIpsI, YPETPHI,
YTO TIpeICTaBIeHO B TabI. 1.

ITo maHHBIM €BpOMENCKOTO perucTpa, pacrpocTpa-
HEHHOCTb BPOXIEHHBIX AHOMAaJWi TIOUYeK U MOYEBBI-
BomgIIMX ITyTei coctaBisgeT 3,3 ciaydasg Ha 1000 HOBO-

POCCUIICKWIA BECTHUIK MEPUHATOJIOMMW U MNEANATPUM, 2022; 67:(6)

ROSSIYSKIY VESTNIK PERINATOLOGI! | PEDIATRII, 2022; 67:(6)



Kymb!p/m U.D. u coasm. KataMHe3 ieTeil ¥ MOAPOCTKOB C BPOXKACHHBIMU aHOMAJIMSIMU MOYEK M MOUYEBBIBOISILIMX MYTEHA. ..

Tabauya 1. Ctpykrypa CAKUT-cunapoma y nereii [1]
Table 1. Structure of CAKUT in children [1]

Bpomeﬂnue AHOMAJIMH PA3BUTHSA MMOYEK
MOYE€TOYHUKOB

AreHe3us1/ariasus IoYKu

Jucriia3ust MOYKU: MyJIbTUKKCTO3-

Hasl, KUCTO3HAas MOYKa, THIOTUIa3us

[TOYKU

I'mnponedpornueckast TpaHchop-

Malus oYK

DKTOIUS TTOYKA

AHOMAaJIMK B3aMMOPACIIOIOXKEHUS

MOYeK

Meraypetep

pedokc

HUKOBOI'O CCIrME€HTa

oTae/ia MOYETOYHU KA

B])O)Kﬂel-ll-[l:le AHOMAJIUM PA3BUTHUA

YIBoeHrE MOYETOYHIKOB
CTeHO3 JIOXaHOYHO-MOYETOU -

CreHos TIPUJIOXaHOYHOTO

BpO)KIlel-[Hb[e AHOMAJIMHA
Pa3BUTHA MOYEBOIO IMy3bIPA

BpoxkneHnbie aHOMAIN
Pa3BUTHS YPETPbI

[Ty3bIpHO-MOYETOUYHUKOBBI

OKcTpoduss MOUeBOTO o
pod Kianan 3anHei ypeTpbl

TTy3BIpst OOCTpyKIIUS nepeaHen

HeiliporeHHbIit MOYeBOI y P
YPETphL

ITy3bIPh

poxnmeHHBIX [2]. YacTble BBISBIEHMSI CEMEWHBIX
HacnenctBeHHbIX ciydyaeB CAKUT-cunmpoma cBume-
TEJbCTBYIOT O POJIM MyTallMM TeHOB B raroreHese [1—10].

MarepuHckre (HaKTOpHI, CBA3aHHBIE C pPa3BUTHEM
BPOXIEHHBIX aHOMAaJW TIOYeK M MOYEBBIBOISIINX
MyTeil y pebeHKa, BKIIOUAIOT CaXapHBIN TrabeT, TTOXM-
JIOl Bo3pacT, Oeylyio pacy, pasiuyHble 3a00JieBaHUS
MoYeK W PelUAUBUPYIOIINEe WHMEKIIUA MOYEITOJIOBOM
cuctemsl [4]. Panusas quarnoctnka u gedyeHne CAKUT-
CUHIpOMa HEOOXOMUMBI TS TIPEIOTBPAIEeHUST WHBAT-
M3y IeTCKoro HaceneHus [5]. BpoxkaeHHble aHOMA-
JINM TTOYEK M MOYEBBIX MyTeil COCTABIISIIOT B cpeiHeM 25%
OT OOIIETO YMcia BCeX TeHETUYECKHUX TTOPOKOB, TMAarHO-
CTUPYEMBIX BHYTPUYTPOOHO, M BKITIOUAIOT KaK OTIETb-
HbIe TOPOKM Pa3BUTHUS TTOYEK WJIM MOYEBBIX ITyTel,
Tak U ux coveranust [6]. CAKUT-cuHIpPOM CITyKUT
OITHOM M3 TIPUYNH XPOHUUYECKON OOJIE3HU MOYEK CTaauN
5y nmeTeil, KOTOpbIe TIONYYaroT Teparnuio, 3aMelaromyio
(YHKIIMIO TIOYEK.

G. Ardissino u coaBr. (2003) [8] mpu KaTramMHecTUYe-
cKkoM uccienoBaHuu 1197 nenratpuyeckKux M B3pOCIBIX
MallMeHTOB YCTAHOBUJIM, UYTO TIPUIMHON Pa3BUTHST XPO-
HUYECKOI 00JIe3HU TTOYeK cTaguu 5 ctanu B 53,6% ciy-
YyaeB TUIIOTUIAa3usl B COYETAaHUU ¢ Malib(popMarneit Moue-
BBIX TyTel, B 13,9% — u3oampoBaHHasl TUTIOAVCITIA3US,
B 6,8% — rnomepyaspHble 00Jie3HU. ABTOPBI MOKA3aJIn
pa3BUTHE TEPMUHAJILHOM CTaauM TOYEYHOM HeIOoCcTa-
TOYHOCTH Y TAIEHTOB C BPOXICHHBIMU aHOMATUSIMU
MOYeK W MOYEBBIBOAAIINX TyTell K 20-TeTHEMY BO3pa-
cTy B 68% ciiyuaeB; B Tepanuy, 3aMellaroiieil (yHKIIMIO
MOYeK, 3TU MallMeHTHI BO B3POCIIOM BO3pacTe HYKIAIOTCST
yalie, 4eM B JIETCKOM.

CunTaloT, YTO TIPEBEHTHUBHAS TpaHCIUIAHTALIUS
MOYKM (JI0 Havajla quanau3a) — UAeajbHbIii METOJ Jieye-
HUS IeTell C TepMUHAJIBHOM CTaIMeEl MOYeYHO HET0CTa-
TOYHOCTH, TTOCKOJIBKY OHA CBsI3aHa C JIy4llleil BIKMBae-
MOCTBIO TIALIMEHTOB 1O CPAaBHEHUIO C TAaKOBOW B Ciydae
npruMeHeHus Jo6oro nuanu3a [2]. CormacHo ucciiemoBa-
Huto S. Sanna-Cherchi u coaBt. (2009) [7] y 25% nerelii,
ponuBixcsi ¢ aByctopoHHUM CAKUT-cuHapoMowm,
B TeUEHME TMEPBBIX IBYX AECATUIECTUN KU3HU (HOPMUPY-
ercsl XxpoHu4JecKasi 60e3Hb nmouek craauu 5. CoBMecT-
Hoe ucciegoBanue A.M. McKay u coast. [10] BKITIO-
yuto 1099 marmenToB ¢ CAKUT-cuHIpOMOM B Bo3pacTe

no 30 JeT W TpaHCIUIaHTalMel ToYkKu B mepuona ¢ 1985
no 2015r.; 10-7eTHsIST BBIXXKMBAEMOCTb TpaHCILJIaHTaTa
cocraBuia 76%, a 20-netHsias — 53%.

Ileab» mccnenoBanusa: OLEHUTh B KaTaMHe3€ OCOOEH-
HOCTH TEUEHUS U UCXOJIa B XPOHUYECKYIO O0JIE3Hb MOYEK
BPOXIEHHBIX aHOMAJIWl TIOUeK W MOYEBBIBOISIINX
MyTeil, acCOLMUPOBAHHBIX C PEIKUMU HaCIIeACTBEH-
HBIMU CUHAPOMAMH Yy IeTel U TTIOAPOCTKOB, COTIOCTABUTh
pe3yIbTaThl C JAaHHBIMU JINTEPATYPHI.

XapakTtepucTuka petei u MeToAbl UCCeaoBaHUS

WMsyuyen karamue3 (ot 1 go 10 ner) 9 nereit (4
NIEBOYKM M 5 MaJibuMKOB) B Bo3pacTe oT 1 roma 10 mec
mo 17 met 11 Mec ¢ BpOXXIEHHBIMM aHOMaJIUSIMU TTOYEK
M MOYEBBIBONSAIIMX  IyTei,  acCCOLMUPOBAHHBIMU
C peoKuMMM HacJieCTBEeHHbIMU cuHApoMamu (Pier-
son, Fraser 1 tum, Renal hypodysplasia/ aplasia 3 type,
Schuurs-Hoeijmakers, CHARGE, Lowe, Renal-Col-
oboma, VACTERL-acconuanusi) a takxke XpOMOCOM-
Hoit aHoManuu (LllepemeBckoro—TepHepa MoOHOCO-
must 45X). OueHka craauii 1—5 xpoHuueckoit 60se3HU
MOYeK TMPOBOAMIIACH, B COOTBETCTBMM C OIpeaese-
Huem o K/DOQI (2002), NKF-K/DOQI [11] u R.
Hogg u coast. (2003) [12]; oHa ocHOBaHa Ha KpuTe-
PUSX CKOPOCTU KITYyOOUKOBOM (hUIBTpAIliU, pacCUUTaH-
HOU TI0 KJIIMpeHCy KpeaTWHMHa B (opmyiie Schwartz,
M KaTeropuu aibOyMUHYPUU/TIpOTeUHYpUu. B cooTBeT-
CTBMM C OINpeleieHueM XPOHUYECKON OOJEe3HM MOoYeK
no NKF-K/DOQI u R. Hogg u coasr. (2003) y nmauu-
€HTa KOHCTaTUPYIOT XpPOHUUECKYIO O0JIE3Hb TTOYEK B CITy-
yae, eCJIM UMEETCsT OUH U3 CIIEAYIOIINX KPUTEPUEB.

1. TloBpexneHue MoyeKk B TeueHHe 3 Mec uiau OoJiee
CO CTPYKTYPHBIMU WJIM (PYHKLIIMOHAJIBHBIMU HapyIIeHU -
SIMU TIOYEK C WJIK 63 CHYKEHUST CKOPOCTH KITYOOUKOBOIM
(unbTpannu, MaHubECTUPYIOIINE C OAHUM WU OoJjiee
W3 CJIEIYIOLINX MPU3HAKOB:

— HapylIeHUs B COCTaBe KPOBH U MOYH,

— HapylieHus Mpu MOpP(HOJIOTUIECKOM HCCIeI0Ba-
HUY OMOMTAaTa MOYKH,

— HapylIeHUs MPY BU3YyaTU3alluu ToYeK.

2. CHIXeHNEe CKOPOCTH KIIyOOUKOBOI (MiIbTpa-
unu <60 mu/mun/1,73 M?> B TeueHue 3 Mec M Oosee
¢ Uy 6e3 IpyTux MPU3HAKOB MOBPEXACHUS TTOYEK, O -
CaHHBIX BBIIIIE.
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PesynbraTthbl

Hcxonsl BpOXKIEHHBIX aHOMAaJIMi TTOYeK U MOYEBHI-
BOISIIIMX TTyTei y MeTel ¢ HACIeACTBEHHBIMU CUHIPO-
MaMU TIpeACTaBJeHBl B Tabi. 2. Y mepBoro pebeHKa,
MaJIbuMKa, B BO3pacTe 2 MeC YCTAaHOBJIEHBI MaTOJIOTUSI
ma3 u [HHC: aBycTOpoHHSIS BpoXIeHHasi KaTrapakTa,
HUCTarM, OOCTPYKIIMOHHasi aMOJIMOTNUsI O0OuX TJjas,
BPOXIEHHBIA JIBYCTOPOHHUIN CTEHO3 HOCOCJIE3HOIO
MPOTOKA; MBbIIIeUHAasT TUITOTOHUS, yMepeHHas CcMe-
1aHHas rugpouedanus, perpouepedesspHas KucTa,
3ajepxkKka IicuxoMotopHoro  passutus. CAKUT-
CUHIPOM XapaKTepM30BaJCs TOJAKOBOOOpa3HOW Mou-
KOMU, 9KTOMMeN, MUeI02KTa3uel, MpOTeMHYypUel TOCTH-
raloleit crerneHu HepoTrueckKoro cuHapoma. B 8 mec
pebeHKy yCTaHOBJIEH KJIMHUKO-TEHETUYECKUI TUarHo3
Pierson syndrome ¢ ayToCOMHO-PELIECCUBHBIM THUIIOM
HacienoBaHus. OOHapyxkeHa Mmyrtauus reHa LAMB2
(chr3:2.49163473G>T), paHee He OIMCAHHBLIA Bapu-
aHT (rs143405268) B ak30He 18. Mytanus reHa LAMB2,
konupytoniero Laminin f2-KOMIOHEHT IIIOMepPYJISIPHON
0OasabHOII MeMOpaHBI, ceT4aTKM, 0a3ajJbHOTO JMCTKA
BHYTPUTJIA3HBIX MBIIIII U HEHPOMYCKYJIIPHOTO CUHATIICA
ry1a3, oOyCJIOBIMBAET aHOMAJIMM a3, movyek. B kaTtam-
He3e y MaJlbuMka B Bo3pacTe 1,5 roma cKOpOCTh KITy-
60uyKOBOIf DIbTparuu coctaBmiaa 85 mi/mMuH/1,73 M3
VY maumeHTta C BpPOXIEHHOW aHOMaauell IoYyeK co
CTPYKTYPHBIMM HapyUICHUSIMU ITHATHOCTUPOBAHA XPO-
HuYecKast 60JIe3Hb MoYeK 0e3 CHUXKEHUST CKOPOCTH KITy-
0O0YKOBOI (DUIbTPALINU.

OPUINHAJIbBHbBIE CTATbU

Bropomy nanueHTy, MaTbuuKy B Bo3pacTte 6 Mec. auar-
HoctupoBaH Fraser syndrome 1-ro tumna, o0ycnOBI€HHBIN
mytanueit reHa FRAST (4:2.78979165T>C) ¢ ayrocoMHO-
PELIECCMBHBIM TUIIOM HacjenoBaHusi. OOHapyXeH paHee
He OINMUWCAHHBIN B JIMTEpaType BapMaHT B TE€TEPO3UTOT-
HOM COCTOSIHUM B 9K30HEe 1 u3 74 3k30HOB reHa FRASI,
MPUBOIAIIMI K TIOTepe CTapT-KOJOHA. BpoxXneHHbIe
aHOMAJIUM TIOYEK M MOYEBBIBOMSIIMX TyTeH XapaKTepu-
30BaJINCh TUIOIJIa3ueil HeYHKIMOHUPYIOIIEH JieBOM
MOYKHU U TY3bIPHO-MOYETOYHMKOBBINM pedtokc 3-i cre-
MeHW B JIEBYIO HE(MYHKIIMOHUPYIOIIYIO TIOUKy. BbIsB-
JIEHbl aHOMAJIUM Pa3BUTHSI OPTAHOB IJ1a3a: KpUNTOpTaTIbM
(oTcyTcTBME BEK) cieBa, CTEHO3 HOCOCJIE3HOTo KaHaja,
TUTIOTIJIA3MsT YIIHBIX PAKOBWH, JBYCTOPOHHSISI aTpe3usl
Hapy>XHbBIX CJTYXOBBIX TTPOXOJIOB, CY>KEHME CIIYXOBBIX IPO-
XO/IOB B KOCTHBIX OT/ENaX, IBYCTOPOHHSISI KOHIYKTHUB-
Hasl TYTOyXOCTb 3-Ii CTEMeHH, TEePEeTHsIsSI MEXToJIocoBasl
MmeMmbOpaHa, cuHnakTwms 111—IV manbneB obenx Kucrteid.
Pebenky B otneneHun odTajibMOJIOTUM MPOBEAeHa OIe-
paiysi SHyKJeallnsl TJIa3HOTro s1070Ka U (popMHpoOBaHUE
TJIa3HOM 11IeJU, KOCMETHYecKoe MpoTe3upoBaHue. B Bo3-
pacte 1 roma 3 Mec y pebeHKa CKOpPOCTh KITyOOUKOBOIA
dunbrparmu cocrasuiaa 84 mii/mMun/1,73 M3, Y namuenra
CO CTPYKTYPHBIMM HapyIIEHUSIMU (TUIIOTLUIA3UST JIEeBOM
MOYKU U MYy3bIPHO-MOYETOYHUKOBBIN PehIIOKC) TUarHo-
CTHpOBaHAa XpPOHWYECKasl 00Jie3Hb MOYeK 0e3 CHIDKEHMS
CKOPOCTH KJTyOOUKOBOI (DhUJIbTPALIUU.

TperbeMy malmMeHTy — MajbuMKy B 4 Toma 9 Mec —
YCTAaHOBJIEH KJIWHUYECKUM JIWArHO3:  «TMIOTUIa3Mst
npaBoii mouku. [losicHUUHAsT MUCTOTHUSI JIEBOM TTOYKU.

Ta6auya 2. CAKUT npu Hac/ieicTBeHHBIX CHHAPOMAX Y JIeTeil i MOIPOCTKOB
Table 2. CAKUT at hereditary syndromes in children and adolescents

TTauueHT: nos, BO3pact
HA MOMEHT YCTAHOBJIEHHS
JMATHO32

Ten, OMIM, ORPHA

Vicxon B XpOHHYECKYIO 00JIe3Hb

HacaencTBeHHblii CHHAPOM
A ey noyek, craaun 1-5

LAMB2
OMIM: 609049
ORPHA: 2670

FRASI
OMIM: 219000
ORPHA:2052

GREBIL
OMIM: 617805

PACS1
OMIM: 615009
ORPHA: 329224

OMIM: 214800
ORPHA: 138

OMIM: 309000

PAX2
OMIM:120330
ORPHA:1475

OMIM: 314390
ORPHA: 887

Monocomust 1o X XpomMo-
come (45X)

Manpuuk, 8 Mec

Masbuuk, 6 Mec

Manpuuk, 4 rona 9 mec

JleBouka, 4 roga 5 mec

Manbuuk, 3 roga 7 Mmec

Manbuuk, 11 ger

JleBouka, 17 et 11 mec

JleBouka, 12 net

JleBouka, 5 JieT 5 mec

Renal hypodysplasia/aplasia 3 type

IlepemeBckoro—TepHepa

Pierson DyHKIIMA TOYEK COXpaHHA

Fraser typel DyHKIMS TOYeK COXpaHHa

(DyHKI.lI/IH ITOYCK COXpaHHa

Schuurs—Hoeijmakers DyHKIMS TOYEK COXpaHHa

CHARGE XBII C2

Lowe XBIT C2

XBIT C5, TpaHcnaHTalus

Renal—Coloboma .
POICTBEHHOM IMOYKHU

VACTERL XBIT C2

q)yHKI.[I/IH IMOYEK COXpaHHa
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I'mnponedpos 2-it crenenu cieBa. MOYHKLIMS IMOUYEK
coxpaHHa  (CKOpPOCTb  KJIIyOOUKOBOW  (bMJIbTpALIUU
106 mi/mun/1,73 M?). Tuapouedanusi». Y namueHra co
CTPYKTYPHBIMU HapyIIeHUSAMU (TUTIOIJIa3Kusl TPaBOMA
U JUCTOTUS JIEBOM TOYKU, TUAPOHEPPO3) XpOHNUECKasT
0o0Jie3Hb TMOoYeK 0e3 CHMXXEHUsI CKOPOCTH KJIyOOUYKOBOM
unabTpannu. Y ManbuMKa TakKe BBISIBJICHBI 3aJepkKKa
pPeYeBOro 1 MOTOPHOTO Pa3BUTHS; AehOpMalliK IPYTHON
KJIETKU, BapycHas aecopMalis HIKHUX KOHEYHOCTE.
ITpn MOEKYISIPHO-TEHETUIECKOM UCCIeTOBAaHUM OOHA-
pyxeHa myTtaius B reHe GREBI (chr18:2.19088490G>A),
paHee He ONHWCAHHBIM B JIUTEpaType BapUaHT
(rs1435669398) B reTepoO3UTOTHOM COCTOSTHUU B 9K30HE
27 (u3 33) reHa GREBI. AcconmupoBaHHOE 3a00JIeBaHUE
B kKatasiore OMIM o6o3HaueHo Kak Renal hypodysplasia/
aplasia 3 type — rumnoruiaszusi/ariasus moyek 3-ro TUIIa.

V deTBepTOll MallMEHTKW — JIEBOYKM B BO3pacTe
4 net 5 Mec — P MOJIEKYJISIPHO-TEHETUYECKOM HCCIIe-
JIOBaHUU OOHapyKeH IMaTOreHHbI BapuaHT c. 607C>T
p.(Arg203Trp) B rene PACS1, nuarHoctupoBaH Schuurs—
Hoeijmakers syndrome ¢ ayTOCOMHO-IOMUHAHTHBIM
TUTIOM HacJIeIOBaHUSI. AHOMAJIUST OPraHOB 3PEHUST TIPO-
SIBJISIIACH CXOASIIIIUMCST KOCOTJIa3ueM, MUKPOMTaTIbEMOM,
MHMKpPOKOpHea, KOJOOOMON pamykKu W COCYIMCTOMN
obosiouku. Mmenach BajbrycHast aedopmaiiysi CTOIL.
V neBOYKM AMATHOCTUPOBAHBI TUITOIIA3UST CPEIMHHBIX
CTPYKTYp YepBsS MO3Xe4yKa, IBYCTOPOHHEE YABOCHUE
MmovyeK (JalreyHo-JTOXaHOYHON CUCTeMbI U MOYETOUHU-
KOB), (byHKIIMSI TMOYEK COXpaHHa (CKOPOCTb KJIIyOOUYKO-
Boit pubrpanmn 134 mi/mun/1,73 m?). Takum oOpasom,
y OTOI MaIMEeHTKU CO CTPYKTYPHBIMU HapyIIEHUSIMU
OpraHOB MOYEBOI CUCTEMBI XpOHUYECKast 00JIE3Hb IMMOYEK
npoTekaeT 0e3 CHUXKEHUsI CKOPOCTU KITyOOUKOBOM (hUITh-
Tpalum.

Y nmgroro pebeHKa — MaJbuyMKa — JUArHo3
CHARGE-cuHapoma ¢ ayTOCOMHO-AOMWHAHTHBIM
TATIOM HAcJIeAOBaHUS TPEANOJOXEH KIMHUIECKUM
TeHETUKOM B TIEPBBI o 3KU3HU. B pe3ynbraTe ncciaeno-
BaHUs y pebeHKa B Bo3pacTte 3 JieT 7 MeC YCTaHOBJICHBI
5 OCHOBHBIX (B OTCYTCTBME OTHOTO) TUATHOCTHUYECKUX
kputepueB cuHapoma CHARGE: «C» xonmoboma cocy-
JIUCTOM 0OOJIOYKU U IMCKA 3PUTETLHOTO HepBa, CXOMsI-
meecst Kocornasue OD, Tmape3 JMIEBOTO HepBa, aCHM-
MeTpus JINIA, Pe3nayaTbHO-OpPTaHUUECKOe TOopaskeHUe
IIHC, nceBmoOymp0apHBIii CUHAPOM, 3amep:KKa TIICH-
XOPEUEeBOTO Pa3BUTHS U TICUXOMOTOPHOTO pas3BuTust; H
BPOXIEHHbII MOPOK cepala 6e3 KIMHUYECKU 3HAUUMBIX
reMOJAMHAMUYECKUX HapyIIeHWI (OTKPBITBIN apTeprab-
HBII TIPOTOK, OTKPBHITOE OBAJIbHOE OKHO); «R» neduuur
pocrta, 3amepxkKa pusnueckoro pa3BuTust; «G» — KpHII-
TOPXU3M, TE€HUTAJIbHasl TUIOIIa3usl — MUKPOTIEHNC,
¢dumos; «E» aHomanbHast (popma yIIHBIX PAKOBUH, XPO-
HUYeCKasi IBYCTOPOHHSAS HEHMPOCEHCOpHAasl TYrOyXOCTh
4-if ctenenn. OCcOOEHHOCTh TAHHOTO Cydass — OTCYT-
CTBME aTpe3nM X0aH, OCHOBHOTO Mpu3Haka «A». JlnarHo-
CTHUPOBAHBI IBA BTOPOCTETIEHHBIX TUATHOCTUYECKUX KPU-
tepusi CHARGE-cunnpoma: ckonnos, monudanaHrus

(ynBoeHue HOTTeBOH (ajaHru OGOJIBUIOTO Maliblia JEBOMH
KHCTH); BPOXICHHBIE aHOMAJIUU TTOYEeK U MOUYEBBIBOJISI -
IIMX TIyTeil (IBYCTOPOHHSISI TUIIOTLIa3usl TTI0YeK, Helpo-
reHHast TUC(YHKIIMST MOYEBOTO My3bIPS TTO TUTIOTOHUYE-
cKoMy TuIly). B kKaTaMHe3e y malmeHTa KOHCTaTUPOBaHO
nporpeccupymlliee TeueHUe XpPOHUYECKoW OoJe3Hu
rnouek 10 ctaguu 2 (CKOpOCTh KIIyOOUKOBOM (hUIbTpaliuu
68,8 mia/mMun/1,73 M%), ansOymunHypus. IlmaHupyercs
MOJIEKYJISIPHO-TEHETUUECKOe UCCieIOBaHUE.

X-CILIeTIJIEeHHBIE ~ pelLleCCUBHBIN  OKYJIoLIepedopope-
HaibHBIM Lowe-CMHIpOM y 11ecToro OOJbHOIO Xapak-
TepU30BAJICS CIEAYIOIIUM KIMHUYECKUM (DEHOTUTIOM:
MUKpODTATbMUS, MUKPOGhaKHsl, BPOKAEHHasI TIIayKoMma,
BpOXICHHAs BYCTOPOHHSISI KaTapakTa, pacXoJsIieecs
Kocorjia3ue, TOPU30HTAJIbHbII HUCTAarM; a TakKXe CHH-
npomoM PaHkoHM (TUTIohochaTeMUUecKuii paxuT, Hoc-
daTypust, THITOKATbIUMMUS, TTIPOKCUMAJTBHBIN KaHaJIbIIle-
BBIII METa0OJIMYECKUIi alua03, TUIepaMUHOALUIYPHS,
rmoko3ypust); nopaxkenuem ILHHC B Buae rumorurazum
MO30JIMCTOTO Tejla, HamuepeOeNsipHO KUCThI, BHY-
TpeHHell ruapoledanun, reHepaan30BaHHOW MbIIIeY-
HOI TurotroHueit. Y mnaummenTta ¢ Lowe-cuHIpomMoMm
BBISIBJIEHBI BPOXIEHHBIE aHOMAJIUM TMOYeK W MOYEBHI-
BOJSIIMX TIyTeil: IBYCTOPOHHUI ypereporuapoHedpos
3—4-ii cTeneHW, JBYCTOPOHHUM ITy3BIPHO-MOYETOY-
HUKOBBI peditokc 3—4-i1 cTerneHn, BTOPUYHBIN THe-
JioHedpuT. JlMarHoCTMpoBaHa XpOHMYECKasi OO0JIe3Hb
nouek, craaus 2 (CKOpPOCTh KJIyOOUKOBOW (puibTpa-
mi 70 mu/mMun/1,73 M3 n ansbymunypust). Ilanmenry
BBITIOJIHEHBI DKCTPAKIIMsI KaTapaKThl, SHI0CKOMMYeCKast
KOPpPEeKIIMsl  Ty3bIPHO-MOUYETOYHMKOBOTO  pediokca
¢ o0eux crtopoH. [lmaHupyercss npoBeneHUE MOJEKY-
JIIPHO-TEHETUYECKOTO UCCIIEIOBAHMS.

V neBoukm 17 mer 11 Mec mmarHoctupoBaH Renal-
Coloboma syndrome BciiecTBUEe MyTalluu B reHe PAX2,
C ayTOCOMHO-JIOMWUHAHTHBIM TUIIOM HacCJeIOBaHMSI.
V npobanga B 9 et 10 Mec oOHapykeHa MyTallus TeHa
PAX2 B TeTepO3UTOTHOM COCTOSTHMM, HYKJICOTHIHAS
3aMeHa B MHTpoHe 6 reHa PAX2: IV6—1G>C. I'eneaino-
TMYECKUI aHaJIM3 CEMbM BBISIBWI Y 0aOyIIKu mpobaHaa
MO OTUOBCKOW JMHUU TIaTOJOTUIO a3 (Kojioboma),
cllyxa, TIOYeK C TPOTPecCUpPOBaHUEM B XPOHUYECKYIO
MOYEeYHYI0 HEOOCTATOYHOCTH B 38 JeT, y oTua IIpo-
OaHma — apTepualbHyl TunepteH3uwo. [lanmeHTka
C TPYAHOTO BO3pacTa Habjoaanach ¢ IMarHO30M KOJIO-
OOMBI JMCKOB 3pUTEJIbHBIX HEPBOB. B 5 Jer BbIsB-
JIGHbl TIATOJIOTHSI B aHajauM3ax Mo4yu (MHUKPOIPOTEU-
HypMs, TeMaTypus, JEeHKOLUTYpHs), apTepuaabHas
TUTIepTeH3UsI, He(YHKIIMOHUpYIOIlasl TipaBasli ToYKa,
XpoHuyecKkasi 00J1e3Hb Movek, craans 2 (CKOpOCTh KIy-
0oukoBOil ¢unbTpauun 63 mia/mun/1,73 M°), mporen-
Hypust 0,2—0,9 r/n. BeimonHeHa HedpakTOMUST TTpaBOi
He(YHKIIMOHUPYIOIIEH TTOYKM TIAlIMEHTKU B 8 JeT.
Ilpu maronoroaHaTOMUYECKOM MCCJIEIOBAaHUM YIaJeH-
HOW TIOYKM YCTAHOBJIEHA MYJIbTMKUCTO3HAsl TUCILIA3USI
MO TUMOTUIACTUYECKOMY THUIY, CO 3HAYUTEJIbHBIM CyXe-
HUEM MpPOCBETa MOYETOYHMKA B BEPXHEM M IuJIaTaliuei
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B HmxXHeMm cermeHte. [Ipu aHrumorpacduum oOHapyxkeH
CTEHO3 YCTbsl JIeBOW TloyeuHoi aprepuu. [loaTBepxk-
IleHa PEHOBACKYJSIpHAsl apTepuajibHasi TUIEPTeH3US.
IIpu odTanbMoOIOTHUYECKOM UCCAEIOBAHUU JTHUarHO-
CTUPOBAHbI XOPUOUIATbHBIN 3MMOYIBOAPHBIN TEPMOUL
cJieBa, LIEHTPaIbHbBIN U TiepudepruIecKuii XOpuopeTUHUT
B pyOIIOBO# CTaJiuv, MPOTPECCUPYIOIIas MUOITUS 000MX
J1a3, TOPU3OHTAIBHBIN HUCTArM, COAPYKECTBEHHOE pac-
XoJsieecs: Kocoriasue ooboux ria3. JleBouka ¢ 12 jer
HaxonuTcsl Ha reMonuanuse. [lalmeHTKe ¢ XpOHUYECKOM
00JIe3HBIO TIOYEK, CTaAus 5, TTOTyJarolleil XpOHUYEeCKU i
remMonManus, B 13 JieT BBIMIOJIHEHA POJACTBEHHAs! TpaHC-
miaHTauus mmouyku. MDyHKIMS TpaHCIUTaHTaTa HeMeI-
JIEHHas, B KaTaMHe3e JIeByIIKM B Bodpacte 17 et 11 mec
(YHKIIMOHUpPYET MOYeYHBbI TpaHCIJIAaHTaT. ApTepUaib-
HOe NaBlieHWe cocTaBisieT 117/67 MM prT. CT., MpOTEeU-
nypus 0,13 r/cyt, kpeatuaud 0,096 MMOJIb/JI, CKOPOCTh
KJIy0OUKOBO# uibrpatuu 92 wi/mun/1,73 M3, mMoue-
BUHA 5,9 MMmosb/n. KHCIOTHO-OCHOBHOE COCTOSIHUE
6e3 orkioHeHWit. [To maHHBIM YIBTPa3BYKOBOTO MCCIIE-
IOBaHWST METPUYECKUIA 00beM mmouyku 122 cm’. JTormrre-
porpacdusi He BbISIBUWIA T€MOAMHAMMUYECKU 3HAUMMBIX
U3MEHEHUIl COCYyIOB W WHTPAapeHaJIbHOTO KPOBOTOKA
TpaHcriaHTara. [lanpeHTka mosiyyaeT MMMYHOCYTIpeC-
CHBHYIO Teparnuio.

Y BoCbMOI mMalUMEHTKHM — JeBoYkd 12 Jjer
¢ VACTERL-accommanmeii mimaHApyeTcs MOJIEKYJISIPHO-
TeHEeTUYECKUI aHajau3, IMarHo3 YCTAaHOBJIEH Ha OCHO-
BaHUM KJIMHMYECKOTO (DEHOTUIIA MHOXKECTBEHHBIX
XapaKTEepHBIX TTOPOKOB pa3BUTUSL: «V» (HapyllleHUEe cer-
MeHTauuu mo3BoHkoB ThIV—XII u pebdep, BpoxKaeHHBI
K1(hOCKOINO03 TTO3BOHOYHMKA, TUAPOMUEHS, aruia3usi
KOIMYMKa, KHUCTa KOIMYWKa), «A» (aHajbHasl arpesus),
«C» (mexcrpakapausi, MHOXECTBEHHBIE SKTOMUYECKHUE
rornepeyHblie Xopabl), «T» (HUKHUI TpaXeonmuIeBOIHbII
cui), «E» (arpe3us muieBona), «R» (ypereporuapo-
Hedpo3 MpaBoii MOYKU, TTepeKPECTHAS TUCTOMHSI TPaBOi
MOYKHU, TMY3bIPHO-MOUYETOYHUKOBBIN pedtokc 4-il cTe-
MeHU crpaBa, TUMOPEpIEKTOPHBI MOUYEBOU ITy3bIPh),
«L» (yMepeHHas BapycHas nedopmMainsi HUXXKHUX KOHEU-
HocTeil). B Bo3pacre 12 neT y 1€BOYKU KOHCTaTUPOBAHbI
XpoHuYeckasi 00J1e3Hb Mmouek, craausi 2 (CKOpoCTh KiIy-
60uKkoBOi1 punbrpaumu 80 mi/mMuH/1,7 3M°), ymepeHHast
aJTbOYMUHYPUSI.

JleBsIThIN OOJTbHON — IeBoUYKa 5 JeT 5 Mec — HalJIo-
Jajach ¢ paHHEro Bo3pacta HedpoJOroM ¢ AMarHo30M
«TTOJKOBOOOpa3Hasi Mmouyka, rurneppedieKTopHbIi Move-
BOIl My3bIpb, JHEBHOE HeAep>KaHUe MOYM» M DHAOKPU-
HOJIOTOM ¢ IuarHo3oM «cuHapoM IllepemeBckoro—Tep-
Hepa (KapuoTurl 45X)», a TakXke OKYJIMCTOM I10 TOBOIY
TUTIEPMETPOITUN,  COJAPYKECTBEHHOTO  CXOJSIIErocs
KOCOTJIa3usi U KapJ1MoJ0TOM TI0 TIOBOAY JIBYCTBOPUYATOIO
aopTasibHOTO KianaHa. [1pu ocMoTpe B Bo3pacre 5,5 rona
poct 100 cMm, 111est KOpoTKasi ¥ IIUPOKasi, KPbIIOBUIHBIE
CKJIAJIKU KOXM, KOCOIJIa3ue, TeHUTAJIUU IO XKEHCKOMY
TUITY, JIETKasl CTeTIeHb 3aJePXXKU TTICUXOMOTOPHOTO pa3-
BUTHS. Y NI€BOYKM CO CTPYKTYPHBIMU HapyIIeHUSIMU

OPUINHAJIbBHbBIE CTATbU

MoYeK 1 (YHKIIMOHATBHBIMU MOYEBOTO ITy3bIPsl TUarHO-
CTUPOBaHA XPOHWUYECKasl OOJIE3Hb TOUEK C COXPaHHOM
dyHKIMER movyeK (CKOPOCTh KIIYOOUKOBOU (hUIIbTpALIUU
108 mu/mun/1,73 M3). C paHHero Bo3pacTta y IeBOUYKHU
YCTaHOBJIEHA aHOMAJTHS TIOJIOBBIX XPOMOCOM — MOHOCO-
must X XpoMocoMbl (45X).

OOcyxaeHue

Mbl  mpencTtaBuUiIM  OCOOEHHOCTM  KJIMHUYECKOTO
¢eHoTUNA U TeHOTUNA PENKUX HACIEACTBEHHBIX CUHAPO-
MOB, aCCOIMMPOBAHHBIX C BPOXIEHHBIMU aHOMAIUSIMU
MoYeKk M MOYEBBIBOASAIIMX TyTel y 9 nmereit. B pesynb-
TaTe TEeHETUYECKUX WCCAeAOBAaHUN BBISBICHBI TEHBI,
MyTalusl KOTOPBIX TIPUBOIUT K PA3BUTHUIO BPOXKIEHHBIX
aHOMAaJIMii TTOYEK U MOYEBBIBOSIIMX MYTEH TIPU PEIKUX
HaclenCcTBeHHBIX cuHapomax [2—8, 13—24]. B.B. Jlnun
n C.JI. Mopo3zos (2021) [18] yka3siBaloT Ha Ba’KHOCTh
MOJIEKYJIIPHO-TEHETUUECKOTO MCCIeNOBaHUST IS 000-
CHOBaHUsI TIEPCOHATU3UPOBAHHOTO TIOIX0/A K JICUEHUIO
U TIpo(pUIaKTUKE C YYETOM UHAWBUAYATbHBIX TeHETUYE-
CKMX OCOOEHHOCTEN KOHKPETHOTO TMalieHTa.

VY pebenka 8 mec ¢ Pierson-cHAPOMOM € IBYCTOPOH-
Hell BpOXIIEHHOM KaTapaKToi, HUCTarMOM, OOCTPYKIIM-
OHHOI aMOJIMoTuel T71a3 U HeYPOTUUECKUM CUHIPOMOM
BciencTBue myTtauuu reHa LAMBZ2 Mbl BIepBbIE OIMM-
camu CAKUT-cuHApoM, KOTOpBIN XapaKTepu30BajCs
MOJIKOBOOOPA3HOI MOYKOM, IKTOMHEH, MUET03KTa3UEH.
B HameMm wWccnemoBaHUM TIpeACTaBIeH Takxke pebe-
HOK ¢ Fraser-cuHapoMoM BCJenCcTBUME MyTalluM B TeHE
FRASI, a CAKUT-cuHapoM TIpOsIBISIIICS TUTIOTLIa3ueit
He(YHKIIMOHUPYIOIIEH JIEBOW MOYKHU U Iy3bIPHO-MOYE-
TOYHUKOBBIM peJIIOKCOM 3-i1 CTeTIeHMU.

E. Pavlakis u coast. (2011) [15] BbISIBUIM MyTaluu
reHoB FRAST w EREM?2 npu CAKUT y nereii. H. Cor-
dell u coast. (2010) [16] ucciaemoBamn acCOLMUPOBAH-
HBIE C pPa3BUTHEM ITy3bIPHO-MOYETOYHMKOBOTO ped-
JIFOKCa TeHbl, BKiItodasi reH PAX2. Tlo pesynbratam 3TOro
WUCCIIeIOBaHUSI MyTallMM B U3YYEHHBIX TeHax He MPUBO-
nat K passutuio CAKUT-cunnpoma. Ilo pesynbratam
uccnenosanus S.K. Boualia. u coasr. (2011) [17] 3a pa3-
BUTHE BPOXIEHHBIX aHOMAJIUI MOYEK M MOYEBBIBOJISI-
IIMX TTyTeil OTBETCTBEHHBI MyTallUW B JIBYX reHax PAX2
n EMX2. B Hamem HaOMIOIeHUM Y TTAIIMEHTKY MYTallNs
B reHe PAX2 npusena x passutuio CAKUT-cuHnpoma
B couetanuu ¢ Renal-Coloboma-cuHapoMoM.

Y  nabmopaemoii  mauveHtku ¢ VACTERL-
accolalei BpoXaeHHbIE aHOMaJIUU TTIOYeK U MOYEBbI-
BOJSIIMX TIyTeil XapaKTepU30BAIUCh YPEeTepOruapoHed-
PO30M MpaBoil MOYKU, MEPEKPECTHOU AUCTONNEN TTPABOIA
MOYKHU, ITy3bIPHO-MOYETOUYHUKOBBIM pedItoKcoM 4-ii
creneHn cripaBa. Ha coyeTaHue my3bIpHO-MOYETOYHM-
koBoro peduiokca 1 VACTERL-accounanmu, o0ycioB-
sneHHoe Mytanueit reHa TRAPI, ykaspiBatoT N. Maha
u coanrt. (2019) [2].

B Hamem onvcanum y Masibunka 4 jiet 9 Mec ¢ rurno-
TUIa3uen MpaBo MMOYKK, MOSICHUYHOW AUCTONUEN JIEBOM
MOYKU M TUIPOHE(DPO30M 2-if CTENeHU clieBa JAUArHO-
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CTUPOBAH CHUHIPOM TUIOAMCILIA3MK/aTuIa3uu  ToYeK
3-ro tuna BciencTBue mytauuu reHa GREBIL. S. San-
na-Cherchi u coaBt. [24] omuchIBalOT MHOTooOpasue
peHaqbHOTO (heHOTUTIa (TUTTOTUIA3Usl, aria3usl, areHe3ust
MoyYeK, My3bIPHO-MOYETOYHUKOBBII peIIOKC) U IKCTpa-
peHaJbHBIX (DeHOTUIIOB (genu valgum, IUJIOCKOCTOTIHE,
HEeHpOCEHCOpHAsl TYrOyXOCTh) y TAllMeHTOB C MyTallM-
ssmu B reHe GREBIL.

YcraHOBIEHO TIporpeccupyloiiee TeuyeHue Xpo-
HU4YecKoir Oojye3nu modek y 4 mereit u3 9 ¢ CAKUT-
CUHIPOMOM, aCCOLUMUPOBAHHBIM C PENKUMU Hacemd-
crBeHHbiMu cuHapomamu: CHARGE-cunapom, Lowe,
Renal-coloboma, VACTERL-accommanus. 13 4 nereit
C BpPOXIEHHBIMM QaHOMAJIMSIMU TIOYEK M MOYEBBIBOJISI-
IKUX MyTel TpPU HACAEACTBEHHBIX CUMHIPOMAax C MCXO-
JIOM B XpPOHUYECKYIO 00JIE3Hb MOYEK y OJIHOM MallMeHTK!
nmeetcss (YHKIMOHUPYIOUIUN B TEYeHHUE S JIeT TpaHC-
TUTAHTAT MOYKU.

Ilo maHHBIM JUTEpaTYypbl, y AETel M TOIPOCTKOB
B CTPYKType TMPUYWH Pa3BUTHUS TEPMUHAIBHOUN CTaauu
MOYEYHOM HEAOCTaTOYHOCTU MpeolsasatoT Hacjemn-
CTBEHHbIE OOJIE3HM TI0YEK M COYETaHHBbIE aHOMaIUU
noyek u wmoueBbiBomsmnx nyreit (CAKUT-cunnpom)
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