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B cmambe npedcmaeneHbl pesynbmamsl HabmodeHusi 60/1bHO20 ¢ MOMUKUCMO30M MOYEK € 8YMOCOMHO-PEeUECCUBHBIM MUIMOM Ha-
cnedogaHus. [JaHbl xapakmepucmuka U pazgumue KIUHUYECKUX U 1abopamopHO-UHCMpyMeHmMarbHbIX nposieneHul 3aboneeaHusi ¢
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Clinical observation of a patient with autosomal-
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The clinical case of a patient with polycystic kidney disease with autosomal-recessive mode of inheritance is described. Characteristic
and development of clinical and laboratory-instrumental presentation of disease for this patient with an outcome in chronic kidney

disease is given. Methods of treatment of patient are described.
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AKTyanbHOCTb Npobnembl MOSIMKUCTO3a MOo4YeK B AET-
CKOM Bo3pacTte obycnoBneHa 60bLION pacnpoCcTpaHeH-
HOCTbIO, BO3PaCTHbIMKM OCOHEHHOCTSMM (DOPMMPOBAHMS
MOYEYHbIX KUCT U KIMHUYECKUX MPOSIBAIEHUN, 4acCTbiM
pa3BUTUEM CUHAPOMA apTepuanbHOM TUNEepPTEH3UN WU
OC/TOXKHEHWI, UCXOAOM B XPOHWYECKYD MOYEeYHYK He-
[OCTAaTOYHOCTH [1]. BbiaensatoT ayTOCOMHO-peLeCcCMBHbIN
(APIM) 1 ayTOCOMHO-AOMUHAHTHbIM MOSIMKMUCTO3 MOYEK,
yactota KoTopblXx coctasnseTr 1:40000 n 1:1000 cooT-
BeTCTBeHHO [2]. APIIM npeactaBnsieT coboi reHeTnye-
ckoe 3aboneBaHue, onpeaensietca reHom PKDHD-1 Ha
KOPOTKOM rieye 6-i xpomocombl (6p21) [3-5]. MMpwu
APTIM 06e No4YKkM 3HaUYUTENbHO YBEUYEHbl U B 60Mb-
LUMHCTBE CNy4YaeB 06bHapyXunBatT OrpOMHOE KOIMYECTBO
KUCT B KOpe 1 napeHxume. AP anarHoCcTUpyeTcs BHY-
TPUYTPOBGHO NN BCKOPE MOC/E POXAEHUS U B OCHOBHOM
XapaKkTepuayeTcsa TsxenbiM TedeHueM. APIM yacto vy
[ETen COMpOBOXAAETCS MaKpo/MUKporemaTypuen un Ts-
XKeNon runepTteHsnen. 3abonesaHne Hepeako coyeTa-
€TCS C BPOXAEHHbIM no4deyHbiM (GMOpPO30M, pas3MyHOM
CTEMNEHbI0 3KTa3nM XEeN4YHbIX MPOTOKOB, runepriasmen
YKENYHbIX KaHanos, 6bunMapHbIM AUCrmHe3oM. PesynbTa-
Tbl KaTaMHe3a geten ¢ APII cBMAETENLCTBYIOT O HeEBNa-
ronpusiTHOM MPOrHoO3e TeyeHus n ucxoga [2]. JleTtanb-
HbIN Ucxopa y aetert ¢ APTIN BO3MOXeEH B nNepuHaTasibHOM

nepwoae BCeACTBME MPOrpeccupylolen novYeyHom He-
[OCTaTOYHOCTW, apTepuanbHOMW TUNEPTEH3UN WU Obl-
XaTeslbHOM HeAoCTaTOYHOCTM. B cnyyasix yBesm4yeHus
MPOAOIDKUTENBHOCTU XKU3HU A0 HECKOSIbKUX NET MOYKMU
YMEHbLIAIOTCA B pa3Mepax, rMnepTeH3us CTaHOBUTCS
MeHee Tskenon. MNpu ncxoae B MOYEYHYHO HEfoCTaTou-
HOCTb, MOKa3aHbl AMann3 1 nepecagka noyku [6].

KnunHnueckmii csty4dart NONMKNUCTO3HON B60Ne3HN MoYek.
Manbuuk T.W., 7 net, HabnogaeTcs B HEPPONOrnMYeCKoM
otpeneHnn OPKB € KAMHUMYECKMM gumarHo3om: [lonmku-
cTo3Has 6one3Hb (MOSIMKMCTO3 NMoYek, NOSIMKNCTO3 neve-
HM). XpOHMYecKasa noyeyHasi HeAoCTaTOYHOCTb, TEPMU-
HanbHas cTagunsl. XpoHUYEeCKUI nmenoHedpuT, BTOPUY-
HbI, OBCTPYKTUBHbIN, HenpepbIBHO-peLnanBupyoLlee
TeyeHue, nepmop obocTpeHus. Linppos neuyeHn, nop-
TasbHas rMnepTeH3us (crnsieHoMeranusa ¢ rmnepcrnyieHns-
MoM). ocTHaTanbHasa runotpodus II cteneHn. AHemus
II cteneHun. HegocTaToYHOCTb MUTPAsIbHOMO KianaHa 1-n
CT. HepoctaTouyHOCTb TPUKYCNMAANbHOMO knanaHa 1-2-i
CTEeneHu.

Pe6eHok 6oneH ¢ 3-Mecss4HOro BO3pacra, Koraa Bnep-
Bble MOSIBUINCH anobbl Ha crabocTb, BANOCTb, OTCYT-
CTBWE anneTuTa, Nnoxyt npubasky B Bece. B nonuknun-
HUKE MO MECTY XMUTeNbCTBa bblIn NpOBeAEHbl aHaNM3bl, B
KOTOPbIX BbIsiBNieHbl CHUXXeHne remornobuHa go 105 r/n,
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TpoMboumnToneHmns — o 150 Tbic., runepasotemmns (Kpe-
aTUHUH — 273 MKMOsb/N, MoyeBuMHa — 20,37 MMonb/n),
MOYEBOW CMHAPOM B BuAe nenkoumtypum o 20 B n/3,
npotenHypun — pno 0,78 r/n. PebeHok rocnutanman-
poBaH B negmatpuyeckoe otaeneHue OPKB M3 PT, roe
nposeneHo Y3M noyek: neBas noyka 79x50 MM, yBenu-
yeHa, OKpyraom ¢opmMbl, NnapeHxmMa 25,7 MM, yTosLie-
Ha, OTeyHa; npasas noyka 88x51 MM, yBennyeHa, okpy-
rnon ¢opmbl, napeHxnma — 25,4 MM, obe noukn nmeroT
MOBbILLUEHHYIO 3XOM€HHOCTb, MJI0XY KOPKOBO-MO3rOBYHO
anddepeHumaumio, caaBAeHHY YalleyHO-10XaHOUHYo
cuctemy. KoHTypbl 060MX MOYETOUYHUMKOB HeveTKune, He-
poBHble. B napeHxnMe obenx noyek BU3YanusmpyroTcs
MesIKne rmroaxoreHHble BKIYeHns amameTpom 1,5-3,0
MM (KuCTbl). Y3W renatobunnapHoi cuctembl nedeHb
KpYMHO3epHUCTON, BYrpuCcTOn CTPYKTYpbl, FOMOreHHas,
9XOreHHOCTb MapeHxuMbl MNoBblweHa. lMpaBas gona —
100 MM, yBenu4yeHa, nesast gonsd — 57 MM, yBenuye-
Ha. XenuHbi Ny3bipb — 60x19 MM, n3orHyTon (nepe-
rmb B obnactn Tena) opMbl, NepepacTsaHyT, aTOHUYEH.
CTeHKM yTosLEHbl A0 2 MM, COAEPXWMMOE C 3XOreHHOM
B3BeCbto. Xoneaox — 2,5 MM. PeHTreHo-KoMMbloTEpPHas
Tomorpadums (PKT): BbisiBNEHbl NpU3HaKK MOJIMKMUCTO3a
noyek: yBenM4yeHne pasMepoB MoYeK, HEOAHOPOAHOCTb
CTPYKTYpPbl NapeHXMMbl MOYEK 3a CYET MHOXECTBEHHbIX
MesnKMX 30H, He Hakanameatowmx n cnabo Hakananeaw-
LMX KOHTPACT. YBENNYeHne pasMepoB MeyeHn, HeoqHo-
POAHOCTb CTPYKTYPbl MAapeHXUMbl NMpaBoOn AOSMN MeYeHU
3@ CYET MHOXECTBEHHbIX MEeNKMX 30H, He HakanauMsato-
wux 1 cnabo HakanaMBaloWMX KOHTpACT (MOSMKUCTO3
neyeHn), HebonblLlOE pacCLUMPEHUE >KENYEBbIBOASALLMX
nyTein. BbicTaBneH KNMHUYECKUIA AMarHo3: Moanknucros-
Has 6one3Hb (MOMKMUCTO3 MOYEK, MOSIMKMUCTO3 NEYEHN).
MuenoHedpuT, BTOPUYHBINA, OOBCTPYKTUBHBINA, aKTUBHas
CTagus, C HapyweHueMm dyHKuuM nodek. MNonyyan ne-
yeHuwe: aHTubakTepumanbHYO U CUMATOMATUYECKYHO Te-
panuto. PebeHoK BbINMUCaH C YJy4YlleHWeM: CHU3WINCH
nokasatenu asoTuctoro obMeHa, KynmpoBaH MOYEBOWN
CUHAOPOM.

C 6-Meca4HOro Bospacrta y pebeHka oTMe4yanucb noab-
eMbl TemnepaTtypbl Tena, nepuoamyeckas psoTa, B aHa-
nn3ax Mo4n: MPOTEMHYPUS, NENKOUUTYPUS, SPUTPOLU-
Typusi, B aHanM3ax KpoOBWU — aHeMUsi CpefHen CTeneHu
TSHKEeCTU. B 6MoxmMmyecknx aHanmsax KpoBW HapacTtan
YPOBEHb MOYEBUHbI U KpeaTuHuHa. B anHammke no Y3U
MOYEK N NeYeHn oTMeYasnocb yBenyeHne pasMepos no-
ek M KUCT B MapeHxuMe noyek v nedeHn. HeogHokpat-
HO Haxoawscs B Hedponornyeckom otaeneHun [PKB,
nony4asa CMMNTOMaTUYECKYHO Tepanuto. ocne BbIMUCKK
M3 cTaumoHapa Habngancs no MecTy XUTeNbCTBa.

B 2-neTHeM Bo3pacTe coCTosiHME pebeHKa pe3Ko yXya-
wwunock. Mosasununck xanobbl Ha pBoTYy, cNabocTb, yTOM-
N51eMOoCTb, MOBbIWeEHWe TemnepaTypbl A0 debpunbHbIX
umdp, no nosoay 4vero pebeHoK BHOBb rOCANTANIN3NPO-
BaH B Hedponornyeckoe otaenerHne APKB. B o6bekTnB-
HOM CTaTyce: COCTosiHMe pebeHKa TshKesoe 3a CHET oTey-
HOro (OTEKM Ha NNLE, HUXHUX KOHEYHOCTSIX, NOSIOCTHbIE
OTeKM), YpPEeMU4YecKoro cuHapoma, MeTaboamyeckoro
aumposa. AptepuanbHasa runepteHsus go 150/100 mm
pT. CT. B nabopaTopHbIX AaHHbIX BbISIBIEHO HapacTaHue
a30TeMun: MoYeBMHa — A0 45 MMONb/N, KpeaTUHUH — A0
282 MKMOJb/N, 3NEeKTPONUTHbIE HapywweHusa (pH — 7,25,
BE — 12,1, Na+ — 140,5 mmonb/n, K+= 5,68 mmonb/n).
Mo paHHbIM DK — TeHaeHums K 6paavkapamm, 3KC-
Tpacuctonus. BbisiBneHo yxyAaweHue Y3 KapTuHbl CO
CTOPOHbI MOYeK 1 renatobunmMapHoO CUCTEMbI, KOTOPble
NposBAS/INCE YBEIMYEHWEM paA3MeEPOB MOYeEK, NMeYeHn u
KNUCTO3HbIX M3MEHEHMWN, BEHO3HbIN 3aCTON B Cefie3eHKe.
OnuroaHypusi B TeyeHue CyToK. 10 3KCTpeHHbIM MokKa-
3aHMAM pebeHOoK B3ST Ha remMoavanuns C NocneayoLwmm
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nepeBoOM Ha MpOrpamMMHbIA remMoananus B pexume 2
pasa B Hefento. Takxe Mnonaydyan aHTubakTepuanbHylo,
NPOTUBOAHEMUYECKYID, TUMOTEH3UBHYHO, WHMY3NOHHYIO
M renaTtonpoTEKTOPHYIO Tepanuio.

YuntbiBas 6HecnepcnekTMBHOCTb KOHCEPBATUBHOM U
3aMecTUTeNbHOM Tepanuu no OCHOBHOMY 3aboneBaHuio,
60nbHOM 6b11 rocnuTanuaunposaH B ®IY HAW TpaHcnnaH-
TONIOMMN N UCKYCCTBEHHbIX opraHosB (r. Mocksa), rae
obcnepoBancs Ana pelieHus Bornpoca O BO3MOXHOCTU
npoBeAeHWs onepaunn TpaHcnaaHTauum noyukn u dpar-
MeHTa MevyeHn OT XMBOro pPOACTBEHHOro AoHopa (npo-
TUBOMOKA3aHMN He BbISIBJIEHO), HO poaUTeNnn OT ornepa-
LMW BPEMEHHO OTKasasauchk. [MpoBOANNIOCL reHETUYECKOe
nccnefoBaHue, No pe3ynbTaToM KOTOPOro noATBEPXKAEH
APIIM.

B nocnepytouleM 3amMecTuTeNbHas MoyevyHas Tepanus
npoBoAMNack B YCNOBUAX HedpOsormyeckoro otaene-
Hus OPKB.

C 5-neTHero Bo3pacta cocTosiHue 60nbHOro nporpec-
CMBHO YXYyALlanoCb B CBSI3W C HapacTaHWEM cepAaeyHo-
COCYAMCTOM HeAoCTaTOYHOCTW, IEFOYHOW FMNepTeH3uNn,
pa3BUTMEM CEMTUYECKOro npouecca, Te4eHMeM OCHOBHO-
ro 3abonesaHus. Takxe BO3HUKIN TPYAHOCTM C COCYAN-
CTbIM AOCTYNOM Af1S NpoBeAeHns remognanusa. Pebenky
BbinosHeHa PKT ¢ KOHTpacTMpoBaHMEM COCYL0B BEPXHEN
rMosion BeHbl. 3akntodeHne: PKT npusHaku TpoMbo3a ne-
BOW BHYTPEHHEeN SpeMHOl BeHbl C obpa3oBaHWeM MHO-
YKECTBEHHbIX KoaTtepanei, Bnagatowmx B nieyerosnos-
HOWM CTBON CfieBa, NPU3HaKW pacllMpeHusi BHYTPEHHEN
SAPEMHOW BEHbI CNpaBa, Hapy>XHOM ApeMHOM BeHbI CfleBa,
CyXXeHWe amameTpa Hapy>XHOW ApeMHOW BeHbl CnpaBsa C
noao3peHneM Ha TpoMb03 B AUCTanbHbIX oTAaenax. Ans
obecneyeHns cocyancToro A4ocTyna Ans NnpoBeaeHus ce-
aHCcOB remoauanusa, pebeHKy BbIMOMHEHO nocrefoBa-
TesbHO 4 onepaumn, yCTaHOBMEH 2-NPOCBETHbIN KaTeTep
ARROV B v.Cave superior. MHeHWe y4aCTHMKOB KOHCU-
nnmyMa — <«TsDKeCTb CcocTosHus pebeHka obycnosrneHa
peUMAVBUPYIOLLENA MHOXECTBEHHOW TpoMboambonuen
BETBEN JIErOYHOM apTepuun, NMPUUYMHON KOTOPOM CTanu
C/TOXXHOCTW MPU CO3AaHUN COCYAMCTOro AOCTyna K Kpo-
BW ANa NMpoBeAeHus remogmanusa. B HacToswee Bpems
TpaHCnnaHTaums opraHoB NpoOTMBONOKasaHa».

PebeHky npoBeseHa onepaums: yCTaHOBSIEH NepUTO-
HeanbHbI kKaTeTep. C 20 mapTta 2012 r. 60/1bHOMY Ha-
yaT NepuTOHEasNbHbIM AWann3 C NOCTENEHHON OTMEHOMN
remognanusa.

B HacTosiwee Bpemsa pebeHOK nony4vaeT TOMbKO ne-
pUTOHeanbHbIN AManu3 B aMbynaToOpHbIX YC/I0BUAX, Ha
doHe npoBeAeHMsT KOTOPOro COCTosiHME pebeHka cTabu-
nuamposanocb. OgHaKo B nepcnekTuee pebeHky Tpeby-
€TCs O4HOBPEMEHHAs TPaHCM/IaHTaUMsa NeYeHn 1 NoYKN.
B npoTuMBHOM Cny4ae MporHo3 Anst XM3HW Hebnaronpu-
ATHbBIN.
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