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KucrosHble qUCIIa3uH NPEACTABISIOT FeTePOreHHYIO0 IpyIiny 3a00/1eBaHUiA, HA 10J1I0 KOTOPBIX B CTPYKTYPE BPOKIEHHbIX AHOMAJIMIA
noyek npuxoautcs 12—15%, a B cTpykType NPUYMH XPOHUYECKOIi MOYeuHOii HepocTaTouHocTH y nereil — 8—10%. Ipencrasienbt
Pe3yabTaThl HA0JI0IeHHi TAIMEHTOB C MOJUKMCTO3HO! 00J1e3HbI0 MoYeK. C 1ebl0 H3yYeHHsI KIMHUYECKUX 0COOEHHOCTE TedeHnst
PasaMYHbIX (hOPM KMCTO3HBIX JAMCILIA3MIL Y IeTeil MPOaHATN3UPOBAHBI HCTOPHH 00JIE3HHU JeTel C AyTOCOMHO-PEeCCHBHBIM H ayTO-
COMHO-IOMHHAHTHBIM MOJMKHCTO30M IOYEK. BhIsiBiIeHbI KIMHHYECKHE U J1a00PATOPHO-UHCTPYMEHTAIbHbIE 0COOEHHOCTH Te€YeHHs
Pa3JIHYHBIX BAPHAHTOB KHCTO3HBIX AMCILIA3HIA MTOYEK.

Karoueesvte caosa: demu, noauKucmo3 noYex, aymocoMHO-pPeueccugtblil NOAUKUCIO3 NOYEK, ayMOCOMHO-00MUHAHMHbLI NOAUKUCIO3
nouex, conozpagusi.
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Cystic dysplasia is a heterogeneous group of diseases, with 12—15% share in the structure of congenital kidney anomalies and 8—10%
share in the structure of the causes of chronic renal failure in children. The article presents the results of observation of patients with
polycystic kidney disease. To study the clinical features of the course of various forms of cystic dysplasia in children we analyzed the
histories of children with autosomal recessive and autosomal dominant polycystic kidney disease. We revealed clinical, laboratory and
instrumental features of the course of various types of cystic renal dysplasia.

Key words: children, polycystic kidney disease, autosomal recessive polycystic kidney disease, autosomal dominant polycystic kidney
disease, sonography.
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Kucmm—me JACTUTa3UU TIPEACTABIISIIOT T€TEPOTeHHYIO
rpynmy 3a00JieBaH1IA, Ha JOJI0 KOTOPHIX B CTPYKTY-
pe BPOXKIEHHBIX aHOMAJIMH TToveK mpuxogutcs 12—15%,
a B CTPYKType TIPUYMH XPOHUYECKOW MOYEUHOM HEIOo-
cratouyHocTn y neteit — 8—10% [1]. B 2010 r. S. Bonsib
MPETOXKWIT KIacCU(PUKAIMI0O KUCTO3HBIX 3a00JIeBaHUIA
MOYeK M BPOXICHHBIX MMTOPOKOB Pa3BUTHUSI OPraHOB MO-
YeBOM CHCTEMBI, MPEACTABICHHYI0 HWXXe B COKpalleH-
HoMm Buze [2].
1. Ioaukucmo3snusie 3a0601e6anUs NOYEK:
A. AyTOCOMHO-pelecCUBHAsT TIOJMKKUCTO3HAs 0O0JIe3Hb
MOYeK:
*  KJaccuyeckas (popMa — y HOBOPOXKICHHBIX, Y Je-
Teit 10 1 roga XuzHu (MH(paHTWIbHAS);
*  JIETCKMI TUTI ¢ (hUOPO30OM TEUCHH;
B. AyTOCOMHO-IOMUHAHTHAsl MOJUKUCTO3HAasI 0O0JIE3Hb
rnmouek: kjaccuueckasi ¢opma (y B3pochibiX); dhopMa
¢ paHHell MaHMdecTaleil B 6 TCKOM BO3pacTe;
C. JoOpokayecTBeHHAasI KNCTO3HAsI O0JIE3HD TTOYEK;
D. InomepynsipHast Kucto3Hasi 00J€3Hb TTOYEK;
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Makaposa T.I1. u coagm. AyToCOMHO-Pe1IeCCUBHBIN TIONMMKUCTO3 MOUYEK B CTPYKTYPE KUCTO3HBIX TUCILIA3UIL y eTeit

11. BpooicOennbie anomanuu novex u Mo4egble00auux nymei,;
I11. Tyb6ysounmepcmuyuanvhvie CUHOPOMbL = KUCMbL;

1V. Kucmo3snuie Heonaazmol u Heonaacmu4ecKue Kucmol;
V. Cmewannvie kucmul.

IMonukucro3Hbie 3aboneBanust Oosee 10 et Hazan
CTaIM UIEHTUDULIMPOBATb C PacCTPOCTBAMU, CBSI-
3aHHBIMM C TIaToJioTvel mwimit. [unmmonatuu — reHe-
TUYECKU OOYCIIOBJIEHHBIE 3a00JieBaHMs, BO3HUKAIO-
Iye TpYU HapyIIEeHUU CTPYKTYPBI WU (PYHKLIMU IIATUIA
(pecHUYEK), KOTJa BCIASICTBUE aHOMAJIBHOM CTPYKTYpPBI
pecHUYEeK ycWiIeHa Tposndepalss KUCTO3HBIX KIETOK
U CeKpelnsl KUAKOCTU B TIpocBeT. [TomropraHHOCTh TTO-
pakeHU TP TIOJMKMCTO3HOUN OOJIE3HU TOYEK JIETKO
OOBSICHUTD, €CIM paccMaTpyBaTh JAaHHYIO TPYMITy 3a00-
JIEBAaHWH C TTO3UIINM LyTronaTuii | 3].

Pa3BuTHe KMCTO3HBIX aHOMAJWi CBS3BIBAIOT C Ha-
pylIeHueM 3MOpHoreHe3a B TIepBble HeleaU BHYTPUYT-
POGHOI XXM3HU, YTO TIPUBOANT K HECpaCTaHUIO TIePBUY-
HBIX TIOYEYHBIX KaHAIbIEB ¢ 3a9aTKaMKM COOMPATEITBHBIX
TpyOoueK rpoToka MetaHedpoca. B octarbHOM HedpoH
(bopMupyeTcsT HOpMaJTbHO M Jaxke HauWHAeT (HYHKIINO-
HUpoBaTh. OIHAKO He MMes BBIXOAAa B MOYEBBLIBOJISIIINE
MyTH, TaKoW He(hpOH pacIIupsieTcss W TIpeBpalaeTcs,
IO CYTH, B TUITUYHYIO PETEHIIMOHHYIO KUCTY. KMCTHI JT0-
KaJIM3yI0TCsS TIEPBOHAYAJbHO B KOPKOBOM CJIO€ TTOYEK
M HUKOTJA HE WMEIOT COOOIICHMSI C HIKeJIeXKalluMu
BBIBOAHBIMU TIPOTOKaMU. JlanbHeWIe pacXoKIAeHUS
B TeHe3e pa3IMuHbBIX (DOPM KUCTO3HBIX JUCTIIA3UIA MTOYeK
HOCSIT B OCHOBHOM KOJTUYE€CTBEHHBIN XapakKkTep.

Hamu npoBesieH peTpOCTIEKTUBHBIN aHAIN3 UCTOPUIA
oone3nu 20 meTteil ¢ pa3sTUIHBIMUA KUCTO3HBIMHM JIHC-
miasusiMu. [lallueHThl HaXOAWINCh Ha 00ClieIOBaHUU
B HedhpoJIornueckoM oTaejieHnn [leTcKoit pecry6imm-
KaHCKOM KJIMHWYECKOM 60JBbHUIIBI MUHUCTEPCTBA 3Ipa-
BooxpaHeHust Pecnybnuku Tatapcran (IPKb M3 PT)
¢ 2016 mo 2017 . OcHOBHBIE KUCTO3HbBIE 3a00JIEBAHUS
y JeTeid ObLIN CIEAYIONIMMI: ayTOCOMHO-IOMUHAHTHBIN
roukucTo3 mouek (AITTKIT) — y 6; ayTocoMHO-penuc-
cuBHbI onukucto3 novek (APITKIT) —y 8; MynbTuku-
CTO3Has TUCTUTIAa3us MovYeK — y 6 manneHToB. OcTalbHbIE
3a001eBaHUsI OBUTM TIPEACTABJICHBI JINIIb €TMHUIHBIMU
cyJasiMU, cpeayd KOTOpbIX: HedpoHopTn3s MdaHKOHU,
BPOXIEHHBIM HeDPOTUIECKUI CUHIAPOM (DUHCKOTO
THTA, KUCTO3HbBIE TUCTUTa3UN B paMKaxX HacJieICTBEHHBIX
cuHapomoB bapne—bumis n LenbBerepa. st BbISIB-
JIeHUs 0COOEHHOCTEeI TeyeHMsl 3a00JieBaHUSI BBHIOPAHBI
KPUTEPUM: BO3PACT MOCTAHOBKW IWArHo3a; OTSATOIIEeH-
Hasl HACJeICTBEHHOCTh; MPUCYTCTBUE OOJIEBOTO, MOYe-
BOTO CHUHIPOMOB, apTepUaIbHON TUIEPTEH3WUM, HaIU-
yye MHOEKIIMU MOYEBOI CUCTEMBI; CHIDKEHUE (DYHKIINHT
MoveK (CTamust XpOHUYECKOM OOJIE3HU ToUYeK); HaINIKe
KUCTO3HBIX IOPaXXeHUI OPYTUX OPraHOB; COIYTCTBYIO-
e aHOMAJIUU Pa3BUTHSI MOYEBOI CUCTEMBI.

AymocomHo-00MUHaHMHbLI NOAUKUCMO3 novex
(AAIIKII, noaukucmos nouex y 83pocavix, aymocomMHo-00-
MUHAHMHAs noaukucmosnas 6oaesmus, Ilommep I11). B 90%
cilydaeB ymaeTcsl TIpOCIeIuTh CEMEWHBINM XapakTep 3a00-

neBaHust, HO 10% cilyyaeB BO3HMKAIOT CITOPAIUYECKH.
Myrauu B reHe PDK obHapyxkuBaioTcs B 85% ciydaeB
AITIKII. Ten PDKI (16p13.3) kogupyeT 6€J0K TOTULIN-
ctuH- 1. Kuctel B moukax onpeaenstorest K 10 romam y 64%
601bHBIX U K 20 rogam — y 90%. [ToyeuHas HemocTaTou-
HOCTb, KaK TpaBuiio, pa3BuBaercs K 50 rogam. Myraiuu
B reHe PDK2 coctaBnsior okono 15% ciyyaeB AJTTKII.
Ten PKD2 (4921-23) xomupyeT O€JOK MOJAUIIUCTUH-2.
VY 5THX mauMeHToB 0OJIE3Hb MPOTrPECCUpyeT MeljIeHHee
¥ TIOUeYHast HeOCTAaTOYHOCTh pa3BuBaeTcs K 70 romaM.

Jlo HemaBHEro BpeMeHU BO3pacT MPOSIBIEHUs TaTo-
JIOTUM pacCMaTpUBAJICSA KaK KPUTEPHil TOMUHAHTHOTO
HacJeoBaHUS MOJUKUCTO3a. DTO OBLIO CBSI3aHO C TEM,
YTO 3a4acTylo 3aboyieBaHUE NTMArHOCTUPOBAJIOCH TOJIb-
KO TIpM TIOSIBJIEHWM TIEPBBIX TMPU3HAKOB XPOHUYECKOM
MOYEYHOM HETOCTATOYHOCTHU, KOTOpast B TaKUX CIIydasx
BO3HUMKAaET TMO3/IHO, KaK MpaBujio, B Bo3pacte 40—50 nert.
OpHako B HACToOsIIIee BpeMsT MTOKA3aHo, YTO «B3POCIBI»
TUTT OOJIE3HU MOXET TIPOSIBUTLCS M Y IETEi, U B OTpee-
JICHHOW YacCTH CJIy4aeB MPUYMHON XPOHWYECKON TToYey-
HOM HEIOCTATOYHOCTH Y HUX SIBJISIETCS] UMEHHO 3TO 3a-
ooneBanue [4].

VnsrpasBykoBoe uccienoBanue (Y3U) cayxut 1ieH-
HBIM CKPMHUHTOBBIM METOJOM TIPH TTOI03PEHUH Ha TTOJTN -
kucros3 novyek. Ha pannux cranusix AJITTKIT nnamerp kuct
cocrtapysiet ot 0,1 1o 5 MMm. B aTux ciy4asix KUCThI omnpe-
JIETISTIOTCST B BUZE TIOBBIIIEHUST 9XOT€HHOCTH TTAapeHXUMBI
M axorpadpuyeckass KapTMHAa MOXET ObITb HEOTIMIMMOI
ot APITKII, omHako mamueHTsl OOBIYHO cTapie [5].

Mpbl HaGmoganuM Manbuuka 11 JeT ¢ OoTsAroiieHHOMN
HaCJIeICTBEHHOCTbIO — TTOJTMKUCTO3 TMOYEK Y MaTepu.
W13 anamuesa: B Bo3pacte 3 et nipu Y3U Bnepsbie oT-
MedeHa TIOBBIIIeHHAs] 9XOTeHHOCTh TTapeHXUMBI TI0YeK.
B 6 net mpu Y3U onpeneneHa mapeHXruMa MOBBIIIIEHHOM
3XOTEeHHOCTH ¢ 00eUX CTOPOH, HEOTHOPOHAS 3a CUeT TH-
TMePIXOTeHHBIX BKIIIOUEHUH 1 MHOXECTBEHHBIX TUDDY3-
HO PacroIOXEHHbIX METKUX KUCT (2—4 MM) B KOPKOBOM
cioe U cyokarncyiaspHo. PeOeHKy mocTaBieH AMarHos:
MOJUKUCTO3 TIOYEK IO ayTOCOMHO-IOMUHAHTHOMY THITY.

IIpn mporpeccupoBanunu AITKIT sxorpadudueckast
KapTWHA CTAaHOBUTCS OoJjiee TUTTMYHOM C yBEJTWYECHUEM
pa3MepoB TIOYEK, COmepKalluX MHOXECTBO KHUCT pa3-
JIMYHBIX Pa3MepPOB, TIPUBOISIINX K HEPOBHOCTSIM KOH-
TypoOB MoYeK. MeXIy KUCTaMU MOTYT OOHapy>KUBaThCsI
OCTPOBKHM COXpaHEeHHOU TapeHxuMbl. Ecau mipu mpose-
JIEHUU CKPUHUHTA K BO3pacTy 19 jieT KUCThI WK MapeH-
XMMAaTO3HbIe HApYIIEHUS B TTOYKaX He 0OHAPYKUBAIOTCH,
to nuarHo3 AJIITKII siBnsieTcst kpaliHe MaJIOBEepOSITHBIM.

Aymocomuo-peyeccughblii nosuxucmos nouex (APIIKII,
noaukucmosHas 0oae3nv Hoeopodcoennvix, I[lommep 1)
00OBIYHO TIPOTEKAET TSDKENIee, a BCTPEUAeTCsT 3HAYMTE T b-
Ho pexe, yuem AJITTKII, — ¢ wactoroii 1:10 000—1:50 000
HaceneHusi. APITKIT oGbiuHO muarHocTupyercs: B JeT-
CKOM BO3pacTe, B TOM 4YHUCJIe Y HOBOPOXIeHHBIX. Cy-
IIECTBYET CBA3b C TIEPUNOPTATBLHBIM (DUOPO30M MeUeHU
¥ IPOTOKOBOM TUTIepITIa3ueil, KOTOPbIe MOTYT BbI3bIBATh
MOPTAIBHYIO TUTIEPTEH3UIO.
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APIIKIT o6ycnoBnen wMytauueir reHa PKHDI,
pPAcMoJIOKEHHOTO Ha KOPOTKOM IIiede XPOMOCOMBI 6
(6p12.3-p12.2). IIponyKT reHa — 6eJIOK (PUOPOIUCTUH
(TTOTUAYKTUH) — BOBJIEYEH B KJTFOUEBbIE MOMEHTHI pa3-
BUTHUSA, ITUGGEPEHIIMPOBKU, PETYISILNN  KJIETOYHOM
npoaudepanun B cCOOMpATENbHBIX TPyOOUYKax TMOYKHU
M XKEJTYHBIX MPOTOKAxX TMEYeHM, TMOITOMY MPOSIBICHUS
0osie3HM KacaroTcsi 00oux opraHoB. MyTaHTHBI (u-
OpouMcTiH ObicTpo pacnamaetcs. Hapyiraercsa dyHK-
LIWST peCHUYEK, pa3BUBAETCS paclliupeHue U yIUTMHEHWE
KaHanblleB. [IpusHakmu 3abojieBaHUS MOXHO OOHapy-
KUTb BHYTpUYyTpoOHO Tipu Y3W, Kak mpaBujo, rocie
20-i1 Hemenn OepeMeHHOCTH. B Hammx HaOMIOIeHMSIX
y 4 U3 8 MalMEeHTOB AUArHo3 ObLT YCTAaHOBJEH BHYTPU-
VTPOOHO C BBISIBJICHHEM XapaKTEePHOM YJIETPa3ByKOBOM -
KapTUHBI MEIYJUISIPHOTO He(pOKaIbIIMHO3a, CUHAPOMA
«0OJIbIINX O€JBbIX MOoYeK». Y 4 neTeil nuarHo3 yCTaHOB-
JIEH B Bo3pacTe 10 2 JIeT.

Bone3ns mMoxeT ObITh KilaccudULIMpOBaHAa Ha Clie-
Jytomne (opMBI, pa3IMYaolIrecs o MPOLEHTY BOBIe-
YEHHBIX B IMATOJIOTMYECKHUI TTPOIIeCC KaHAJbIIEB, YTO, CO-
OTBETCTBEHHO, ONpeAeseT MPOAOKUTETEHOCTD XKU3HMU:
* nepuHartajgbHasi (Gopma (TMOTMKHUCTO3 HOBOPOXIEH-
HBIX) — BCTpeYaeTcss y MJIafeHIEeB, ObICTPO TPUBOANT
K JIeTaTbHOMY HcXomy, BoBiedyeHO 90—93% movYeuHbIX
KaHajbleB. [Touyku yBelInueHBl B pa3Mepax, TUIIEPIXO-
TeHHBI 3a cYeT HedpoCKiepo3a, JYalleYHO-JIOXaHOTHAsT
cucTtema He nuddepeHInpyercs;

* uHpaHTUIbHAaA dopma — BoBIeueHO 60% KaHaTb-
1IeB, Y MJIaJIcHIIEB pa3BUBaeTCs ypeMus, OIHAKO TPO-
JIOJDKUTENIBHOCTh KU3HM OOJIbIIIe, YeM TpU TepuHa-
TaJlbHOM (hopme;

*  MJIaJicHYECKUI TMOJUKUCTO3 — BOBIIeYeHO 25% Ka-
HaJIbLIEB, Y IETeH MJalIero Bo3pacTa 3a00ieBaHUE TTpe-
CTaBJIEHO apTEPUAIBLHOU TUIEPTEH3UEN U XPOHUUYECKOMN
MMOYeYHOU HemocTtaTouyHocThio. MHbanTuabpHas dopma
U MJIaIeHUYECKUI MOJUKUCTO3, KaK MPaBUIO, OCTOXKHSI-
I0TCS MEAYJISIPHBIM He(PPOKaTbIIMHO30M;

* JoBeHWIbHasg ¢dopMa — BoBjedyeHO okoyno 10% ka-
HaJIbLIEB, CUMIITOMBI OOBIYHO CBSI3aHBI ¢ (PUOPO30OM TTO-
YeK, TIeYeHH, TTOpTaIbHON THUMepTeH3ueil. B aTnx mosm-
HUX CJydasiX BCJIEICTBHE TPOLIECCOB KOMITEHCATOPHOM
pereHepalyy 3I0POBOI TAPEHXUMbBI TTOUKW 3HAYNUTETHHO
yBeJIMYEHbI B pazMepax (B Halmx HaboaeHusx a0 17x11
MM) C HEpPOBHBIMU KOHTYpaMM Ha (poHe HedpocKIeposa,
YTO CO3MAET KAPTUHY «OOJIbIIUX OEIBbIX TTOYeK», KOPKO-
BO-Mo03roBast 1M hepeHIInPOBKA OTCYTCTBYET.

Conoepagpuueckue npusnaku. Iloukn yBeTWYEHBI
B pa3Mepax C MHOXECTBEHHBIMM MEJIKUMHU KUCTaMU
(I-2 MM B nmnameTpe), KOTOpble 00pasyloTcsl U3 coOu-
paTeNbHBIX Tpybouek. KUCTbI BBICTpaMBaIOTCS paay-
aJbHO M CTAHOBSATCS Goyiee ChepuIeCKUMU TIPU POCTE.
Juddy3Hoe pacmmpeHne KaHaablieB pa3pbIBacT ITouey-
HYIO apXUTEKTOHUKY C TMOTepeil KOPTUKO-MEeAYJISIPHOM
nuddepeHunpoBku. [lox Karncynoil MOYKM MOXKET Ha-
OroaThCsl TOHKUI 000JI0K CHABJICHHON MOYEYHOU Ma-
PEHXMMBI, KOTOpast TUTIO3XOTE€HHA OTHOCUTEIBHO CJTUIII-

CJ1YHAU U3 NTPAKTUKN

KOM DXOTE€HHBIX OCTaTKOB MapeHXMMbI. BHYTpryTpoOHO
Y 3II0POBOTO TUI0/Ia TTOYEYHbII MepuMeTp cocTaBisieT 27—
30% abmOMUHAIBHOTO TIEPUMETPA; TIPU TTOJTMKUCTO3HOM
60JIe3HN HOBOPOXKIECHHBIX 3TOT MTOKA3aTeJIb TTOBBIIIAETCST
1o 60%, 4TO TO3BOJISIET OCYIIECTBISTH MPEHATATBHYIO
JTMaTHOCTUKY.

B Hamux HaGmoneHusix y 4 u3 8 nereit otmevancs
CUHIPOM apTepuaabHOU TUIepTeH3Un. KUCTO3HbIE TTO-
pakeHUsT IPYTUX OpraHOB HAOIIONANCH Y 2 MaIlMEHTOB
¢ APIIKII B Buge MHOXECTBEHHBIX KHUCT TIeUYeHU. Y OfI-
HOTO pebeHKa Oblla BBISIBJICHA COIMYTCTBYIOIIAs aHOMa-
JINST Pa3BUTHUSI MOYEBOM CHCTEMBI — ITOJKOBOOOpa3Hast
rmoyka. CHIKeHUEe CKOPOCTU KITyOOUYKOBOI (pUIBTpaliuu
(CK®) oTrmeuanoch y 6 neTeii: XpoHU4YecKast 00J1e3Hb 10~
yek 1-i1 cranuu — y 1 pebeHka, 2-it ctanuu — y 2 neTei,
4-it ctanuu — y 2 ngereit, 5-ii cranuu — y 1. Y nByx ne-
Bouek 11 u 17 net ¢ roBeHUIbHBIM BapuaHToM APTIKII
nokazarean CK® coxpaHsuich B npeaenax 73—93 i/
MuH/1,73 M.

Knunanyeckwuii ciayyaii 1. Manbuuk I1., 2 net. lnarHos:
ayTOCOMHO-PELIECCUBHBIN TTOJIMKUCTO3 TTOYeK, MHMaH-
TUJIBHBINA TUIT;, TTHEJOHEMDPUT BTOPUIHBIN, XPOHNIECKOE
pelMININBUPYIOIIee TeueHUe; He(poreHHasi TUTIepTeH-
3Us; XpOHWYecKast 00JIe3Hb MMoYeK S5-i craguu; Gpuopos
MeYeH, TOopTalbHAsT THIEPTEH3Us; MeeKT MeXIpe-
CEepIHOM TIeperopoAKu; aHeMHUsl CMEIIaHHOTO TeHe3a
CpEeIHEN CTEINEHU TSIKECTH.

PeGeHok ot msIToil 6epeMeHHOCTHU: TIepBast OepeMeH-
HOCTb — peOeHOK yMep B Bo3pacte | IHS, Ha BCKPBITUN —
MOJUKUCTO3 TI0YeK, BTOpasi OepeMeHHOCTh — JIeBOYKa
6 J1eT 6e3 MPU3HAKOB MTOJIMKKUCTO3a, TPEThS, YeTBEpTast —
Hepa3BuBalomyecs: 0epeMeHHocTu. JlaHHas OepeMeH-
HOCTb C YIpo30ii TipepbiBaHus B | TpumecTpe.

Ha cpoke 31 wem metromom Y3U 1urtoma BBISIBIEH
MOPOK Pa3BUTHUSI OPTAaHOB MOYEBOM CHCTEMBI — 00-
HapyXeHbl TIOYKM OOJIbIINX pa3MepoB c Heaudde-
PEHILIMPOBAHHOM MapeHXUMOi, MpeaCTaBIeHHOMN
yJ4acTKaMHU THUIIO- W THUIIEPIXOTEHHOCTU. YCTaHOBIIEH
MpeHaTaTbHBINA TUarHo3: JBYCTOPOHHUII TOJMKUCTO3
moyek. OT TIpepbIBaHUST OEPEMEHHOCTU POIUTEU OT-
kazanuck. B III Tpumectpe oTmevanoch BbIpaxkeHHOE
manoBoaue. Poasl TpeThu, Ha cpoke 38 He ImyTeM Keca-
peBa ceuyeHusi. PebeHOK poauiicsl B achUKCUU CcpeaHei
CTeTIeHU C OIIeHKOI 1o 1Kajne Anrap 4/5 6annos. Mac-
ca tena 3550 1, mmuHa 52 cm. OOpaman Ha ce0sT BHU-
MaHWe YBEJIWYEHHBI B pa3Mepe XWBOT, BbIpaxkKeHHas
MOJIKOXHAsI BEHO3Hasl CeTh, MaJIbITUPOBAINCH TUIOTHBIE
YBETMYEHHBbIE TTOYKU, MaJblalMs TIeYeHU U Ceie3eH-
KA HeBO3MOXHa. OTMeuaanuch XapakTepHble TTPU3HAKU
cuHnpoma [lorrepa — yruiomeHHbIN HOC, 3aMmaaaroimni
noa00pPOAOK, MUKPOTHATHS.

Ha 3-#i meHb XU3HM MaJbuUK TepeBeleH B OTIE-
JieHue peaHumanuu HoBopoxneHHbX JIPKB M3 PT
Ha amnmapare WCKYCCTBEHHON BEHTWISLIMU JIETKUX
B OYEHb TSKEJIIOM COCTOSTHUM C SIBJICHUSIMM JTBIXaTeTb-
HOI1, TIOYEYHOM HETOCTATOYHOCTH, C BBIPAXKEHHBIM
cunnpomom yruereHusi [IHC. B xome oOGcnemoBaHwMs
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Makaposa T.I1. u coagm. AyToCOMHO-Pe1IeCCUBHBIN TIONMMKUCTO3 MOUYEK B CTPYKTYPE KUCTO3HBIX TUCILIA3UIL y eTeit

BBISIBJICHO: aHEMUsI TSKEJION CTeTNeHU, TOBBIIIeHNE
YPOBHSI KpeaTMHUHA B KpoBU 10 188 MKMOIb/JI, MOYe-
BUHBI 10 33 MMOJIb/JI, CMEIIaHHBIN alua03. ApTepu-
ajgpbHOCH HaBieHue 112/60 — 128/78 MM pT. CT.

Jlanubie Y3U: mouyku 3HaYMTEIbHO YBEJUUYEHbBI B pa3-
Mepax, KOHTYpbl 4YeTKHe pPOBHBIE. JIbIXaTelbHasT 3KC-
Kypcus ciabas. [1paBast mouka: 101x56 MM, JeBas mod-
ka: 105x56 mM. TTapenxuma mpaBoil MOYKM — 22,8 MM,
neBoit — 23,8 MM (yronmeHa). KopkoBo-mo3rosast
nuddepeHINPOBKa HEe ONpenesisieTcsl, mapeHXuMa I1o-
BBILIIEHHOM 3XoreHHOCTU. [Ipr GOJBIIOM YBeIUYEHUU
TKaHb TTOYEK TpeACTaBIeHa MEJTKUMU KUCTaMU TUaMe-
TpoM 110 1 MM (puc. 1).

JI1s1 manmbpHeHIIero iedeHnsT peOeHOK B BO3pacTe 2 Mec
ObUT TiepeBeneH B Hedposiormdeckoe otaeieHue JIPKb
M3 PT, rne nHaxomuicsi B TedeHue nByx JieT. CocTosiHue
peOeHKa TsDKeJI0e 3a CUeT MOYEUHOU HeA0CTaTOYHOCTH,
apTepyajbHON TUMEpPTeH3UM (apTepualibHOe aBJIeHUE
120/68 — 131/70—145/77 mm pT.cT.). Macca tenma 10 200 T,
nauHa Tena 78 cMm. (aucTpodusi Mo THUITY TUITOTPOUN
2-11 crenenn). Kopmurcst cmechbto (MOJHBIN THAPOIM3AT)
yepe3 30HI. KMBOT 3HAUMTENBHO YBEJIIMYEH B OObeMe,
MaJTBIUPYIOTCS YBEJMYEHHBIE TTOYKW, 3aHUMAlOIIINe TTpaK-
TUYECKU BCIO OPIOIIHYIO TOJIOCTD, TIeueHb +2 cM. JAnype3
500—550 mu/cyr. B nmuHamuke B Ja00paTOpHBIX ITOKa-
3aTeNIsIX HapacTaja a30TeMUus: KpeaTWHUH KpoBM 245—
349 Mkmonb/n, MoueBuHa 40—45 mMmosnb/a. 1o naHHBIM
V3U nouek: mpasast mouka 130x84 mm, sieBast — 135x84 Mmm.
B Bo3pacre 2 roma 4 Mec — JeTaJIbHBIN MCXOM BCIICACTBIE
TMOYEYHOI U MOJTMOPTaHHOW HEIOCTATOYHOCTH.

ITpuBeneHHbBIN KIMHUYECKUI Clydail He TpeacTaB-
JISIT CJIOKHOCTM JIJIsI TIOCTHATaJbHOM auarHoctuku. On-
HaKO OH SBJISIETCST SIPKOM JEeMOHCTpaluell CIOXHBIX
STUYECKUX TIPoOJIeM, BO3HUKAIOUIUX TIPU POXICHUU
pebeHKa ¢ TSKeNOi TeHEeTUYeCKOW MaToJIOTUel, B TOM
yuciie B TUIaHE paHHEW aHTeHaTaJbHOW JMArHOCTUKU

MOPOKOB M peIIeHUs] BOIMpoca O TPOJOHTMPOBAHUU
WIM TIpepbIBAHUU OEPEeMEHHOCTHU, a TaKXe TPYAHOCTEM
CUMTITOMATHYECKOI Tepanuy TMOJUOPTAaHHBIX Hapylle-
Huit y pedenka ¢ APTIKII.

Knunnyeckuii ciyyvaii 2. [leBouka B., 10 ynet. PebeHok
OT MepBoit 0epeMEHHOCTH, ITPOTEeKaBIIIel 03 MaTOJIOTUH.
Ot BTOpO#1 OepeMeHHOCTH — JieBouKa 4 jieT (0e3 mpu3Ha-
KOB TTOJIUKKMCTO3a TTI0YEK).

3abosieBaHUE BBISIBJIEGHO BHYTPUYTPOOHO — «0OJIb-
mue Genble TMoYKW». C paHHETO BO3pacTa OTMEYallNCh
pPEelMANBEL  TIMEJIOHEe(PUTA, DPUTPOLIUTYPHSI, MUKPO-
npotenHypus. Gusnveckoe, HEPBHO-TICUXUIECKOE Pa3-
BUTHE JIEBOUYKM COOTBETCTBEHHO Bo3pacTy. B Bospacrte
7 ner mo pe3yiabraraM CYTOYHOTO MOHMUTOPUPOBAHUS
apTepuaibHOTO JABJICHUS BBISIBIEHA TUIIEPTOHUYECKAs
Harpy3ka B JTHEBHOE BpeMsI 10 CUCTOJIMYECKOMY apTepH-
aTbHOMY HMaBJIeHWIo — 92%, B HOYHOE — T10 CHCTOJIIe-
cKoMy naBieHUuio — 63%, mo muactonmmueckomy— 38%.
ONu3010B MOUYEBOI MHMEKIIUU, TPOTEMHYPUU HE OBLIO.
CK® 83-95 mn/mMun/1,73 M2, B aHaim3ax MOYHM TI0 TIpO-
0e 3MMHUIKOrO — KoyiebaHus yueibHoro Beca 1005—
1018 mipu cyrounom auypese 860—900 mur.

VY3U nouek: mouku yBeauwdeHbl B pazmepax. KoHTy-
pbl poBHBbIe, yeTkue. [lonoxeHue obObuHOE. JbIXaTe/nb-
Hasl 9KCKypcus akTuBHas. Pasmepsl: neBast — 111x45 mm,
mapenxuma — 13 MM.; npaBasg — 106x42 MM., mapeHXu-
Ma — 12 MM. OXOreHHOCTh MapeHXMMbI 00eMX TOoYeK
noBeieHa, [—II crenenb, mpenMyIecCTBEHHO 3a CYET
MENYJUISIPHOTO cJiosi ¢ obenx cTopoH. B mpoekuuu me-
IJUISIPHOTO CJI0SI MeJIKUe KaJlbIIMHAThl OT 1,7 mo 2 MM
B AMaMeTpe W eAWHWYHbIE KaJbLIMHATHI B MPOEKIIUKA
KOPKOBOTO CJI0sI IO XOJ1y arferia arcuata ¢ 00erx CTOPOH.
Busyanusupyiorcss MeaKWe aHAXOTeHHBIE CTPYKTYPbI
ot 1,7 MM 10 2 MM B [raMeTpe ¢ 00erX CTOPOH, CIIpaBa —
1o 4 mm B nuametpe. KopkoBo-Mo3rosast nuddepeHim-
poBKa HeueTKast (puc. 2).

Puc 1. Conorpamma nouek pedenka I1. AyrocomHo-peneccus-
HBII NOJMKUCTO3 MOYEK

Fig. 1. Sonogram of the child’s kidneys P. Autosomal recessive
polycystic kidney

Puc. 2. Conorpamma nodek pedenka B., 10 xet. ITommkucro3
NOYeK, OCJIOKHEHHbI MeIy/LIAPHbIM  He(POKAIBIHHO30M.
CHMMNITOM «BETOYKH YKPOMa»

Fig. 2. Sonogram of the of the child’s kidneys V., 10 years old.
Polycystic kidney disease complicated by medullar nephrocalci-
nosis. Symptom of «sprigs of dill»
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CrnipasibHasi KOMITbIOTEpHasi Tomorpadusi OprouHoi
MOJIOCTU U 3a0PIOIIIMHHOTO MPOCTPAHCTBA: HA CEPUU TO-
MOTrpaMM Tle4eHb He3HAUUTEJIbHO YBeJIMUeHa, CTPYKTypa
0e3 TOCTOBEPHBIX 0YarOBbIX U3MEHEHUI, KOHTYPhI POB-
Hble, BHYTPUIIEUEHOUHBIE XXEJIYHBIE TPOTOKM HE pac-
IIUPEHBI. YBEeJIMYeHNWE pa3MepoB TOYeK, €IMHUYHbIC
MeJIKME TUIOJCHCUBHBIE OuyarM, He HaKaruIMBawIne
KOHTpPACT B TTapeHXMMe TPaBOil 1 JIEBOI MOYeK.

3aknovyeHue

KucTo3 nouek siBisieTcsi akTyaabHOM TTpo0OJIeMOoil Tie-
IUATPUU, YTO OOYCIOBJIEHO OOJIBIION pacnpoCTpaHEeH-
HOCTbI0, OCOOEHHOCTSIMU TEUEHUSI U UCXO/1a, CEPhE3HBIM
nporHo3oMm. HauboJee akTyaabHBIMU B TIeAMaTPUUYECKOM
MPaKTUKE SBJSIOTCSI CIEAYIONIMe BapuaHThl KUCTO3HBIX
aHOMaJIMii TIOYEeK: ayTOCOMHO-PEIECCUBHBIN TTOJUKU-
cro3 nouek ([Morrep 1), MynbTMKUCTO3HAsT AWCTUIA3US
(IMotrep 1I) U ayToCOMHO-IOMMHAHTHBINA MOJUKUCTO3
nouek (ITorrep 11I), TpeOyroline coBpeMeHHOI TMarHo-
CTUKM JJISI OTIpeJieICHUsT TTPOTHO3a M TAaKTUKU BEACHMUSI
MaleHTOB.

ITpu APIIKIT xapakTepHO OCJIOXHEHHOE Teue-
HUue OEepeMEHHOCTM U OTSITOILICHHBIM aKyIIepCKUid
aHaMHe3: TecTo3, yrposa TpepbiBaHUsI B | TpumecTtpe.
[MpeniiecTBytone 6epeMeHHOCTU MaTepeil IMaleHTOB
¢ APIIKIT conpoBoxaanuch BHYTPUYTPOOHOI Trube-
JIBIO TIJI0JIa Y CMEPThI0 HOBOPOXJIEHHOTO B MEpPBbIE THU
KM3HU. ManoBonue TpeAcTaBisieTcsl KaK BaXKHbIN TTPOT-
HOCTMYECKWI mnpu3Hak Tskeaoro Ttedenuss APITKII.
IIpeHaranbHOE BBISIBIEHUE <«OOJBIINX OENbIX TMOYEK»
npenamnonaraer Tskenoe TeueHue APITKII, onHako BO3-
MOXHO U TIpU OTHOCHUTEJIbHO OJIarornpusiTHOM TEYECHUU
JOHOIIIeCKOU (opMBI 3a00jeBaHMs. BhIsIBIeHA BBICOKAS
4yacToTa pa3BUTUSI apTepUaTbHON TUIIEPTEH3UU Y HOBO-
POXIEHHbIX U rpyaHbIx neteit ¢ APTTKII.

HeobOxonumo  nuHamuyeckoe 0OcCienoBaHWE Te-
MaToOMIMApPHOI ~ CUCTEMBbI  TMAIlMEHTOB,  ITOCKOJIbKY
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Koupauxm unmepecos:

Aemopbl danHoil cmambu no0mMeepousu Omcymcmaue KoH-
(aukma unmepecos u PUHaAHCcoB0U NOOOePIHCKU, 0 KOMOPbIX
Heobxo0umo coobujume.

CJ1YHAU U3 NTPAKTUKN

APIIKIT n AOITKIT compoBoxmarTcsl TOJIUKUCTO30M
MeYeHW W TIODKETYJOYHON Kee3bl (XOJaHTHMOKHUCTO3
npu APITKIT u mpoctbie kuctsl ipu AJITTKIT). Conorpa-
(us saBiIseTcsT JOCTATOUHBIM U BHICOKOMH(MOPMATUBHBIM
METOJIOM AVATHOCTUKHU JaHHBIX 3a00JieBaHMIi. Bo3MOXKHO
BO3HUKHOBEHUE CJIOXHOCTEM Mpu AuddepeHIMpOBaHUN
APIIKIT u AITTKIT ¢ panHHUM 1e610TOM (UTO BCTpevaeTcst
penko). [Tpy OTHOCUTETBHO GJIATONTPUSITHON I0BEHWJTEHOM
dopme APIIKIT u Ha panHux cragusix AJIITTKIT mo nanH-
HBbIM Y3U KUCTBI B MOYKAX MOTYT BBHITJISIACTh OMMHAKOBO.
B takux ciydasix Hanmuue ubpo3a nedyeHu uiam 00Je3HU
Kaponu ykassiBaer Ha APITKII, a npu AATIKIT cnenyer
MCKAaTh MOJIMKKUCTO3 TTOYEK Y OTHOTO U3 POIUTENIEH.

Hnsa cBoeBpemeHnHoit nuarHoctuku AJTIKIT HeoO-
XOIMMO TIpOBEIeHUEe TWHAMUYecKoro (coHorpacduye-
CKOro) HaOJIOIeHUs 3a JETbMU, Y KOTOPBIX B CEMEITHOM
aHaMHe3e 3HayvaTcsl ciydyad TOJIMKUCTOo3a Tovek. Ha-
OMtofeHNE JTOJDKHO OBITh €XETOAHBIM 10 JOCTUXKEHMS
Bo3zpacta 19 net. Eciu manudecTaysi moJukucTosa mo-
YyeK He Mpou30IIia 10 3TOT0 BO3pacTa, MOXXHO ObITh yBe-
PEHHBIM, UTO B JaJIbHEHIIIEM Y 00CIelyeMOro HeT prucKa
Pa3BUTHS TIOJIMKHUCTO3a TTOYEK.

B nHacTosiiee BpeMst TIpu IUAarHOCTHKE TTOJIMKKUCTO3a
MoYeK TpebyeTcs reHeTuIecKas uaeHTuukanus. Moje-
KYJISIPHO-TEHETUIECKUIT METOI MMeeT OOJIBIIYIO TMarHO-
CTUUYECKYI0 3HaUMMOCTb B toaTBepxkaeHun Kak APTTKII,
tak 1 AITIKII, omHako OH OCTaeTcsi AOPOTOCTOSIIINM.
CeMbH, UMEIOIINE IeTeil ¢ MMOJTUKUCTO30M TIOUeK, HYXK-
JaloTC B MEIUKO-TEHETUYECKOM KOHCYIBTUPOBAHUM,
TaK KakK C TTOMOIIbIO MOJIEKYJISIPHO-TEHETUIECKOW Tra-
THOCTMKY BO3MOXHBI YTOUHEHUE TEHETUUECKON (hOPMBI
00JIe3HM, OIIeHKA pHCKa POXIECHUS 0OJIBHOTO pebeHKa
MpU TOCEIYIIIMX OEPEeMEHHOCTSIX, a TaKXe OIpesie-
JIeHWe TIoKa3aHWi U mpoBeneHue npeHaraabHoi JIHK-
nurarHocTuKu. HecoMHEHHO, ClleyeT YIUThIBATh U MHO-
rooOpa3Hble 3TUYECKHE MOMEHTBI, CBSI3aHHBIE C 3TOM
TSDKEJTOW TeHETUYECKOM TTaTOJIOTUEH.
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