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MNo paHHbIM peructpa EBponenckon accounaummn negmatpoB-HEPONIOroB, KUCTO3-
Hble 60ne3HN NoYek 06yCIOBNMBAIOT Pa3BUTUE TEPMUHASIBHON CTaAMN XPOHNYECKOW
novye4Hom HegocTaTodHoCTN y 10% petent mnagwe 15 net [1]. AyToOCOMHO-peLeccuB-
Has nonukucTosHas 6onesHb (MIM#263200) BcTpe4yaeTca C 4acTOTOM OKOJO
1 Ha 20 000 HOBOPOXAEHHLIX [2, 3]. [eTepO3UroTHOE HOCUTENLCTBO MYTAHTHOIO reHa
onpegensetcs y kaxgoro 70-ro B nonynsiummn, YTo COOTBETCTBYET PUCKY BCTPEYN OBYX
reTepo3uroTHblx Hocutenen — 1 Ha 5000 [3]. BTOT hakT MOXET O6BACHUTL [OCTATOY-
HO BbICOKYK 4acTOTy CEMEWHbIX CNy4aeB ayTOCOMHO-PELECCUBHON MOSIMKUCTO3HOW
6onesHu. Tak, no gaHHeiM C. Bergmann u coasT. (2005), B 49 (38,8%) 13 126 cemei
POfOHbIE CUMOCHI UMENN ayTOCOMHO-PELIECCUBHYIO NMOSIMKUCTO3HYI0 60ME3Hb, MPN 9TOM
POLCTBEHHbIN 6paK oTMeyascs ToSIbko B 3 cembsix [3]. B uenom okono 9% 605bHbIX
LaHHOW BbIGOPKK (17 n3 186 feTen) 6binv poXaeHbl B pOACTBEHHbIX Gpakax.

Passurne 601€3HN CBA3AHO C MyTaIeH reHa
PKHDI (polycystic kidney and hepatic disease;
XpoMocoMHas Jokamm3anus 6pl2.3-p12.2), npu-
BOJSAIIEH K IIOJHOMY OTCYTCTBUIO CUHTE3d HJIN
CHHTE3y HENOTHOLEHHOTrO 6elka (puépoIuCcTH-
Ha. PUO6POIICTHH ~ OJNH U3 PENENTOPHBIX OeJ-
KOB TIEPBUYHBIX IIMIHI, 06Pa3yIONHil KOMILTEKC
¢ mouructuHaMu 1ro n 2-ro tuma. Ilporenn
SKCIPECCUPYETCA B SIUTEIHU COOUPATETbHBIX
KaHAJIBLEB [IOYEK, IPOTOKOB EYEHHU U IIOJUKEIy-
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nounoii xkenesnl. len PKHD1 umeer 86 sx30HO0B,
KOJUPYIOIHX 6eIoK, Brmogaomuit 4070 amuno-
KHCJIOT. B Hacrosmee BpeMs JIMAarHOCTHPO-
BaHO 6osee 305 pasHBIX MyTaIii reHa ayTOCOM-
HO-PEIECCUBHON  TOJMKHUCTO3HOH  60JIe3HN
(htpp:/ /www.humgen.rwth-aachen.de), 8 Tpetn
CJIy‘IaeB MyTaI_II/II/I NMCEIOT YHHKa]IbeIfI BHyTpI/ICC'
MelHbIii Xapakrep. B eBponeiickoil nomynsanun
Jame BCETO OMPEAENAETCS MUCCEHC-MyTaIusa
B 3-M sk3oHe rema PKHDI1 (T36M), xoropas



BoisiBIsieTcss y 17% GoubHbIX. BoipmmHCTBO
MAIMEHTOB SABISIOTCS KOMIIAYH/-TETEPO3UTOTA
mu. Takas reHeTHUeCKas FeTEPOTeHHOCTD 60J1e3-
HI OOYCJIOBIMBAET TPYJOEMKOCTb M BBICOKYIO
CTOUMOCTD MOJIEKYIIPHO-TEHETUIECKOMN JIarHO-
CTUKHU, TPYZAHOCTU OIPE/EIeHNS TeHOTHI-(DEHO-
THITIYECKUX KOPPETANNH 1 BO3MOKHOCTU TIPO-
THO3UPOBAHUS T€UCHNSA 6OIE3HN B 3aBUCUMOCTH
OT XapakTepa MyTaIu.

J1st ayTOCOMHO-PELeCCUBHON OMMKUCTO3HOM
00JIe3HN XaPaKTEPHO COYETAHHOE ITOpPAXKEHNE
MOYEK ¥ TIEYEHH PA3HON CTEIICHN BLIPAKEHHOCTH.
B moukax oTMedaeTcst BepeTeHOOOpa3HOe PacIIi-
peHre COOMPATENBHBIX KAHAMBIEB TTPAKTHIECKI
BCEX HE(DPOHOB, UTO MPUBOJUT K TOCTEIICHHOMY
CHIDKEHUIO TOYEYHBIX (PYHKIHUH, CIOCOOGCTBYET
Pa3BUTHIO WHQEKIUA MOYEBOH CHCTEMBI W HE]-
pomTnasa. CTeTeHb BOBICUEHHS TTOYEK B MATO-
JIOTMYECKNH ITPOTeCC BAPBUPYET OT CETMEHTAPHO-
IO MOPaKEHHUS MEYJUITPHOTO CIO0S, TP KOTOPOM
MOYKN UMEIOT MPAKTHIECKH HOPMATBHYIO YIbTpPa-
3BYKOBYIO KapTuHY, 10 Au(pdy3HOro m3MeHeHns
MEJyUIIPHOTO CJIOSI C BOBJICUEHHEM IOYEYHOMH
KOpBI. B mociefHeM ciygae oTMEYaeTcsl 3HAUH-
TeTbHOE YBEIMICHNE Pa3MEPOB IOUYEK, THIEPIXO-
TeHHOCTh M HapymeHue audQepeHImpoBKn
IOYEYHON MAPEHXMMBI, B KOTOPOM MOTYT
BBIABJIATHCS MAKPOKHCTHI (pucC. 1).

[TopasxkeHue TedeHN IMPU JAHHOM 3a60JeBa-
HUU OOYCTOBIEHO HAPYHMIEHHEM PEMOJICTUPOBaA-
HHS TyKTATBHOHN TUTACTHHBI IEYECHN C TUCTEHEe3H-
el TTIOPTAIBHOH TPUAABI B MIEPHO]T SMOPHOTEHE-
3a. ATO IMPUBOJUT K NEPCUCTEHIMN GOJBIIOTO
KOJMYECTBA ASMOPHOHATLHBIX PaCIIHPEHHBIX
OMIMapHBIX MPOTOKOB, HAPYIIEHNIO (POPMUPOBaA-
HHS BETBEH MOPTATLHON BEHBI M U3OBITOUHOMY
IepUNOpTATLHOMY (PUO6PO3Y (pHC. 2).

Ho 1995 roga ayrocomuo-perneccusHasd
MOJMKUCTO3HAs 60JE3HDb JIMArHOCTUPOBAIACh
IEepUHATANTLHO (BHYTPUYTPOOHO M B TIEpPBBIE
30 mmeit xusHu geteit) y 1/5 GoNbHBIX Ha
OCHOBAHUM HAJIUYUSA OJUTOTHIPAMHUOHA,
BBIDAKEHHON He(QpOMETraluu U BTOPUIHOMN
TUIOTIA3UU JIETKUX C Pa3BUTHEM JETOYHOTO
«IHCTPECC-CHHAPOMa» HocIe poxaenus [3, 5,
6]. Y nereit B G0MBIIMHCTBE CIydaes 3a601€eBa-
HUE BBIABIAJIOCH A0 D-IETHErO BO3pacTa
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B CBS3M C HAJIMYMEM NATBIIHPYEMOTO 06pa30-
BaHUs OPIONHONM MOJOCTH, ApTEpPUATBHOMN
TUIEPTEH3UU WM PA3BUTUEM OCIOKHEHUN

Pucynox 1
ﬂaHHbIe YNIbTPA3BYKOBOIro UCCIEL0BaHUA NOYEK
60nbHOro C., 7 NeT, ¢ ayTOCOMHO-PELIECCHBHOI
NONMKUCTO3HON OoNe3Hbto. TunuyHble ang

ayTOCOMHO-PELLECCHBHON NONMKUCTO3HOM 60Ne3HM
Hethpomeranus, runepaxoreHHOCTb NAPEHXUMbI NOYEK

W MHOXECTBEHHbIE MEJIKUE KUCTDI.

Pucynox 2
NaHHble yNbTPa3ByKOBOro UCCNEA0BaHUs 60NILHOrO
C., 7 neT, ¢ ayTOCOMHO-PELIECCUBHOI NONIMKUCTO3HOM
60ne3HbH0. TUNUYHbIE ANS aYTOCOMHO-PELIECCUBHOIM
NOIMKMUCTO3HON 60MIE3HN rMNEepaXoreHHoCTb
NapeHx1Mmbl NEYEHU U YCUNEHUe IX0CUrHana
OT NepuUnopTanbHbIX 30H.
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00J1e3HU — I/IHCpeKLlI/II/I MOYEBOU CUCTEMBI, ITOP-
TaJbHOU TMIIEPTEH3UN.

CxpuHHpYyOIEee yIbTPAa3ByKOBOE MCCIE/0BA-
HUE IIOJA ITIO3BOJJIMJIO IIOBBICUTD HpeHaTa]IbHyIO
JMATHOCTHUKY ayTOCOMHO-DEIECCUBHOM MOIMKH-
crozHoit 6osesn ¢ 5,6% 1o 45,8%, a yayumenue
KayecTBa HHTCHCI/IBHOﬁ TepaHI/II/I U1 BbIXAKUBA-
HHS HOBOPOXJEHHBIX CIOCOOCTBOBATO CHILKE-
HUIO IEPUHATAIBHOM cMepTHOCTHU [H], HA K00
KOTOPOU IPUXOAUTCA GoJiee MOJTOBUHBI CMEPT-
HOCTHU 3TUX ITAITUEHTOB.

Jmarso3 «ayToCOMHO-pENeccCuBHAs MOIHKU-
CTO3Hast OOJIe3Hb» TPAAUIMOHHO CTABUTCS
Ha ocHoBe Kpurepues K. Zerres [6], Mogudunu-
pOBaHHbIX B HeKOTOprX KIMHUYECKUX L[eHTan.
Jl1s1 MOCTaHOBKY AMArHo3a JOCTaTOYHO HATUYINE
THUIINYHDbIX I/ISMCHCHI/Iﬁ IIOYECK HpI/I BI/ISYB.JII/I3I/I'
PYIOLIUX METOJAX UCCIEZOBAHUA B BHJE He(po-
MErajaiuu, I‘I/IHCPBXOI‘CHHOCTI/I nu HapyHIeHI/Iﬂ Z[I/Iqﬁ)'
(pepeHL[I/IpOBKI/I HO‘IC‘{HOI‘/)I HapeHXI/IMbI B co4eTa-
HUU XOTS 6I)I C OJHUM U3 HpI/ISHaKOB: IIaTOJIOTO-
AQHATOMHYECKOE IOJATBEPXKACHHE JUarHosa
y 601bHOTO CcmbCa, OTCYTCTBHE KHCTO3a MOYEK
IPH YIBTPA3BYKOBOM 00C/IE[OBAHNH POJIUTENCH B
Boapacte crapre 30 et, Hamrane Gpuéposa nede-
HHI (HOI[TBCp)KI[CHHOFO KIMHUYECKU WIN TUCTO-
IATOJIOTMYECKU), POACTBEHHbI Opak. JlaHHbIE
KPUTEPUH [IO3BOJISIOT IOCTABUTD JFATHO3 B 46CO-
JIOTHOM GOJBIIMHCTBE CJIyYaeB aAyTOCOMHO-
peLecCUBHON IONIUKUCTO3HOU Gose3nu. Tak,
To1pKO ¥ 6 (3,6%) 13 164 gereit [3] uy 5 (6,4%)
u3 78 gereit [7], KIMHUYECKM COOTBETCTBOBAB-
muxX KputepusaM 3abonesanus mo K. Zerres, He
6bu10 BBIABACHO MyTanuu reHa PKHDI. ITo pan-
HBIM Jpyrux uccieposanuii, 8 15-20% ciaydaes
KIMHUYICCKH JMAaTHOCTUPOBAHHOM ayTOCOMHO-
peLieCCUBHON IOJUKUCTO3HON 0O0JNE3HU He
BBIABAAIOTCS MyTarun rera PKHDI, gro 3acTas-
JIAET JIyMaTh O HaIMINU (PEeHOKOMMi 3ab60ieBa-
Hus [6]. PeHOTHTI, XapaKTePHBIH JUIST ayTOCOMHO-
peLeCcCUBHON IMOJIMKHCTO3HON 60JIe3HH, ObLI
OIIMCaH HpI/I T€HETNYECCKU HOHTBCp}KHeHHOM CHUH-
apome Mekkens (MKS3) [8] u BHyTpryTpoGHOM
7e610Te AYTOCOMHO-TOMUHAHTHOH TTOJMKHICTO3-
Hou 60s1e3uu 1-ro Tuma [9].

ApTepI/IaJII)HaH FI/IHepTCHBI/IH — OJUH U3 paH-
HUX MW HOOCTOIAHHBIX CUMIITOMOB ayTOCOMHO'
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peLecCHBHON MOJIUKUCTO3HOU 6oe3nu. B oriu-
que OT APYruxX BPOKACHHDBIX U HACJICACTBECHHDBIX
6osIe3HEN MOYEK, IIPU KOTOPBIX IOBBINICHUE
apTepUAIbHOTO JABICHUSA OTMEYaeTcs Ha CTa-
Auu pOPMHUPOBAHUA ITOYEYHOU HEJOCTATOUHO-
CTHU, IIPU JTAHHOM 3a00JIeBAHUN HAJTYUe aprepu-
AJIBHOU TUNEPTECH3NUU HC 3dBUCUT OT (byHKI_II/II/I
nouek. Y 1 /5 601bHBIX apTepuatbHasi THIePTEH-
311 IMECTCS YK€ TIPH POXKACHUH, U 4aCTOTa ee
yBeJII/I‘II/IBaeTCH C BO3pPaCTOM.

I'ene3 apTepHalIbHON TUIEPTEH3UN IPU pac-
CMaTpHUBAEMOM 32a00JEBAHUU OKOHYATEJIBHO HE
gaceH. B. Kaplan u coasr. [10] mokazamu, uro
y GOJBHBIX € ayTOCOMHO-PEIECCUBHON TOTUKH-
CTO3HOI 00JI€3HBI0 OTMEYAIOTCH HU3KHU ypO-
BEHb PEHUHA KPOBU, T'HIIEPBOJEMHUS, HEPEIKO
B COYE€TAaHUU C I‘I/IHOH&TpI/ICMI/ICﬁ. Ha ocuose
3TOr0 ObUIO IPEAIONOKEHO, YTO APTEPUATIbHASL
TUIEPTEH3NUS CBSI3aHA C HAPYIICHHEM peabcopo-
OUN HATPUSA B PACIIUPEHHDBIX CO6I/IpaTeJII)HI)IX
KaHAJIbLIAX [T0YeK ¢ (POPMUPOBAHIEM I'UIIEPBOJIE-
v, IToATBepKIAET JAHHYIO TUTIOTE3y HCCIET0-
Banne L.M. Guay-Woodford n coasr., mpogemon-
cTpupoBaBuiee runoHaTpueMuio y 96% HoBo-
POXACHHBIX C PAHHMM PA3BUTUEM aAPTECPHUAID-
HOI runeprensuu [5].

ApTepuanbHas TUTIEPTEH3US IPU ayTOCOMHO-
PeLecCHUBHON IOJMKUCTO3HOM 60JIe3HU OOBIYHO
TPYAHO  KOPPHUTHPYETCAd  MEINKAMEHTO3HO
y leTelt MIaIIIero BO3pacTa ¥ CTAHOBUTCS MEHee
TAXKENOU ¢ TedenueM Bpemenu. Hammume
CUCTEMHOH apTEPHAILHOM TUNEPTEH3UU -
HEOJIArONMPUATHBIA MPOTHOCTHYECKUH (PaKTOp
Te4eHHA 3a00JI€BAHI: OTPAKAET JIM apTepUaIb-
Hasl TUNEPTEH3UA CTCIICHDb BOBJICYCHU IIOYCK B
MaTOJOTUYECKAH MPOIECC MAN CIHOCOOCTBYET
6osee OBICTPOMY CHIDKEHHIO MOYEYHBIX (DYHK-
UM — OKOHYATEJIbHO He SICHO.

Cuanraercs, 4TO HOPAXKEHHE NEYEHU B TOU
WM WHOH CTENEHH MMEIOT Bce GOTbHBIE C ayTO-
COMHO-PELIeCCUBHON MOJTUKUCTO3HOU GOJIE3HBIO.
BrraBiseTcs OHO, KaK IpaBuIo, Ha 2-3-i1 Aekaje
JKU3HU. MyJIbTI/IL[eHTpOBI)IC HUCCIE€JOBAHUA ITOKA-
3bIBAIOT, YTO TC€HATOMCTANINSA N PACIIHPEHUC
BHyTpI/IHe‘{eHO‘{HI)IX JKCIIHBIX IIPOTOKOB (CI/IH‘
apom Kapoim) umMeoT mouTH HOJIOBUHA (OJIb-
HbBIX, CINICHOMETAJIUIO U HOpTaJIbHy}O TANEPTEH-



3uI0 - 6osee Tperu [3, 4, 13]. Hacrora mopaxe-
HUSl TIEYEHN YBEIUYMBACTCA C BO3PACTOM:
or 15% (M=2,8 roxa) g0 35% (M=8,2 roaa).

B nacrodmee BpeMs U1 JUATHOCTUKH CTEIECHN
rermatopubpo3a B KIMHIYECKOH MPAKTUKE MCTIONh
3yeTCsl HEMHBA3WBHBIA METOJ — TEYCHOYHAs HJIa-
cTorpadus, pe3yabTaThl KOTOPOH KOPPEIUPYIOT €
KJIMHIKO-TA00PATOPHBIMU 1 MOP(OIOrNIECKIMI
IIOKA3ATEIAMI, OTPAKAIOUIMMY CTEIEHDb HOpaxKe-
Hus nedenn [12]. Jlns BBIABICHUS TTOPTOMYJIbMO-
HAPHOH T'MIEPTEH3UU B IUITAHOBOE OOC/IEIOBAHIE
OOJBHBIX € TTOTUKHCTO3HON GOJIE3HBIO ayTOCOMHO-
PELECCUBHOTO TUIA PEKOMEHIYETCS BKIIOYATD
Ix0oKI' ¢ mpuIesTbHbIM UCCIEI0BAHNEM TPHKYCITH-
JATBHOTO KJIATIAHA 1 U3MEPEHHUE YPOBHS CATyPAIIIN
KHCJIOPOZA KPOBU.

XoTd HepuUnopTanbHBIA (UOpPO3 mMmedeHH
ABJIAETCSA OJHHUM U3 JHATHOCTUYECKUX KPUTEpPU-
€B ayTOCOMHO-PEIECCUBHON MOJIUKHUCTO3HOMN
6oJ1e3HY, NIpU NpoBeAeHNU IuddepeHIaIbHo-
rO JIMarHo3a HEOOXOANMO TOMHHUTD, UTO CyIIe-
CTBYET OTPOMHAs IPyIIa PHOPOKICTO3HBIX 3260~
JIEBAHWI, IPU KOTOPBIX (PUOPO3 MEUEHN COYETa-
€TCs C MOJMKUCTO30M mouek [13, 14].

B rurepaType He yHOMHHAETCS O XapakTepe
MOPAKEHUS TTO/KEIYTOUHON JKeIe3bl IIPU ayTo-
COMHO-PELIECCUBHON IOJUKICTO3HOU (0JIe3HN,
XOTSI (PHOPOIMCTUH SKCIPECCHPYETCS B TPOTO-
KaX 3TOro opraHa. Bo3MOXHO, 3TO CBS3aHO
€ He3HAYUTEJIbHBIM BIIAHUEM ITAHKPEATHIECKUX
M3MEHEHUI Ha IPOTHO3 GOJIbHBIX.

B memom ayrocomHO-perieccuBHas TOJHMKHU-
CTO3HAA 60JIE3Hb IMEET HeOIaronpHATHBII IIPo-
rHO3. bosee yeTBepTH GOJIBHBIX OTHOAET B JET-
ckoM Bo3zpacTe. OCHOBHASA CMEPTHOCTDL NPHXO-
JUTCS Ha PaHHEE JEeTCTBO, BKIIOYAs IIepUHATANIL-
Hbli tepuof (70,9%) u 1 rog xxusuu (18,2%) [3].
OcHOBHbIE IIPUYUHBI HEPUHATATLHOH CMEPTHO-
CTH — JIBIXaTeJbHAsl HEJOCTATOYHOCTb BCJIE]-
CTBHE THIOILIA3UM JIETKUX, CEICHUC, PEXEe —
MOoYeYHAs HEJOCTATOYHOCTL. B TO ke Bpems y
0OJIbHBIX, HEPEKHUBIIHX 1-I1 MeCAIl )KU3HU, OJHO-
JIETHsISI M ISITFUIETHSISE BBDKUBAEMOCTb COCTaB-
ssiet okosio 90% [5].

JlaHHDIE HCCIIENOBAHUI ITOKA3bIBAIOT, YTO Hed-
POJIOTUYECKUI IIPOTHO3 3aBHCHT OT BO3pacTa
Manugecranuy 3adonesanys. [1pu namany nepu-
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HATIBHBIX HPOSABICHUH 00JIe3HU (OJIUTOTHApaM-
HuoH, cungpoM [lorrepa, npIxareibHas HeLOCTa-
TOYHOCTb) TePMUHAIbHASL XPOHIYIECKAS IOUEYHAsS
HEZIOCTaTOUHOCTD (popmupyercs Kk 11 romam y 1,/4
ux 17 rogam -y 1 /2 manpenTos. Y mosoBuHbI 601b-
HBIX C 60J1ee MO3/JHeH KIIMHIYEeCKOH MaH(ecTau-
€l TepMUHATbHAA XPOHUYECKAS IIOYEYHAS HEJO-
CTaTOYHOCTD (POPMHpYETCA K 35 rogam xKusH [5],
JIECITIIETHSIST TIOYEeYHAsT BBLKUBAEMOCTh COCTAB-
astet 71%, a 20-netnss — 42% [3].

K nporrocTraecku HeGIaronpHATHBIM IPH3HA-
KaM 60JIE3HN OTHOCHTCS yBETMICHIE OOBEMa OUEK
[7], oTpaskarouiee CTerneHb BOBICUEHNUSI IIOUCTHOI
IAPEHXVMBI B IIATOJIOTIYECKHIA IIPOLECC: HOYeYHAsd
HE/IOCTATOYHOCTH OTMEYACTCS Y IAITUEHTOB € 00be-
MoM mouek Gosee 900 mu/1,73 M2 (HopMa pyist
B3POCJIOro 4esoBeka — 202436 w).

Kpowme Toro, Kak u mpu pyrux XpOHNIECKHX
60JIE3HAX MOYCK, TIPH ayTOCOMHO-PEIECCUBHOM
HOJMKUCTO3HOH 60JIE3HH TIOMEpynspHas (PyHK-
IHS] HAPSAMYIO CBA3aHA CO CHIKEHUEM OCMOJIAP-
HOCTHU MOY.

Tepanus 3a60eBaHUA HOCUT CHMIITOMATHYE-
ckuit xapaxrep. TpaHCIuraHTanus HOYEK SBISAETCS
Tepanueii BLIOOPA TPY PAa3BUTHUH TEPMUHAILHOM
XPOHMYECKON IOYEYHONH HEJAOCTATOYHOCTH.
BbrKMBaeMOCTb OUEYHOTO TPAHCIUIAHTATA COOT-
BETCTBYET TAKOBOW IIPU JAPYIUX XPOHMIECKUX
607E3HAX TTOYCK, HO CMEPTHOCTD B 2/3 CiydacB
06yCJIOBIEHA CENTHYECKUMU  OCJIOKHEHHUAM,
BEPOSATHO, Ha (DOHE PEIUIUBUPYIONIIX XOJAHTH-
ToB. Kpome TOro, manmeHTsl ¢ ayTOCOMHO-peTiec-
CHUBHOU IIOJIUKHCTO3HOH GOJIE3HDBIO B MOCTTPAHC-
IUIAHTAIIMOHHBIA NEPUOJ, UMEIOT IMOBLINIEHHBIN
PUCK Pa3BUTHSA XOJAHTHOKAPIMHOMEL I[loatomy
GOTBHBIM C OCJIOKHEHHOH TTOPTATHHOH THIIEPTEH-
3UEH W PeIAVBUPYIONMI XOMAHTUTAMI PEKO-
MEHIYETCA TIPOBEJCHNE KOMOMHHPOBAHHOM
TPAHCIUIAHTALUY TI€YeHU U IodeK. BaxHo mom-
HUTD, 4TO MAIUEHTDI C TOPTAIBHON TUIIEPTEH3NEN
Y TUTIEPCIIEHI3MOM COCTABJISIOT IPYIITY PHCKA IO
BTOPUYHOMY UMMYHOJC(PUINTY, 4 3HAUUT, JOIK-
HBI OBITb BAKIMHIPOBAHBI B IIOJTHOM O0beMe.

B macrosmee BpeMs BEeAyTCSA TMOMCKH TATO-
TeHETUYECKOH Tepanuu ayTOCOMHO-PEIECCHB-
HOUM TOJUKUCTO3HOU 6Gosesnn. B meGombmmx
0 06beMY KIMHIICCKIX HCCIETOBAHMAX MOKa3a-
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Ha 3((EeKTUBHOCTD MIPEIAPATOB COMATOCTATHHA
(oxpeornna) u 6GJIOKATOPOB PELENTOPOB Ba30-
IpeccuHa 2-TO TUIA (TOJMBANTAHA), SKCIEPUMEH-
TAJIbHO — I/IHI‘I/I6I/ITOpa THPO3UHKNHA3DBI PEUCIITO-
pa smugepMaibHOro ¢akropa pocra [2, 4].
HJIaHI/IpyIOTCﬂ [[aﬂbHeﬁ].HHe KJINMHNYCCKHNE UCIIbI-
TAaHUA yKaBaHHI)IX IIpemnaparos.

Taxum 06pa3oM, JaHHbBIE JUTEPATYpPbI IIOKa-
3BIBAIOT, YTO AyTOCOMHO-PELECCUBHAS IIOJUKU-
CTO3Has GOJIE3Hb XAPAKTEPHU3yeTCd KIMHHYE-
CKO U IPOrHOCTUYECKOH I'eTePOreHHOCTLIO.
denoTHITIEcKne 0COGEHHOCTH GOJIE3HH MOTYT
He TOJIBKO ObITh CBSI3AHBI C XapaKkTepoM MyTaL[I/II/I
rena PKHDI1, 1o u onpefenaThes BAUSAHIEM APY-
TUX I'€HOB U CPEJOBBIX q)aKTOpOB. BOJII)HI)IC,
NEePEKUBIINE HEOHATANIBHBIA IEPUOJ, HUMEIOT
OTHOCUTEJIBHO OJIAroNnpusATHbIN npornoa: 50%-s
IOYEYHAs BBIKUBAEMOCTb COCTAaBIAET 35 JeT.
HeGmaronpuaTHbI MCXOJ MOXKHO OXHJATb
y HaIlMEHTOB ¢ MePUHATAIBHOH MaHU(pecTanuen
3a00/I€BaHus, BBIPAKEHHOII Hedpomeranmeit
(o6bem nouek Gonee 1 1 / 1,73 m2). Xors mato-
JIOTUS IICYCHU IIPpU ayTOCOMHO'peHeCCHBHOfI
IIOJIMKUCTO3HOU GOJIE3HH IIOYEK PEAKO HMeeT
MaHU(pECTHOE TEYEHHE Y JeTeil, OHa MOMKET
onpeaeaiaTb BUTAJIbHBIN IIPOTHO3 0OJIbHBIX.
YuurbiBag pacipoCcTPAaHEHHOCTb HOCHTEIBCTBA
MyTaHTHOI‘O T€Ha B HOHyﬂﬂHHH, pI/ICK pa3BuTHA
CEMEUHBIX CIy4aeB ayTOCOMHO-PELECCUBHON
IIOJIMKHUCTO3HOU GOJIE3HH B HEPOICTBEHHBIX Opa-
KaxX JOCTATOYHO BBICOKHIL.

Cnucox aumepamypo.:

1. ESPN/ERA-EDTA Registry. http://www.espn-
1eg.org

2. Halvorson C.R., Bremmer M.S., Jacobs S.C.
Polycystic kidney disease: inheritance, patho-
physiology, prognosis and treatment // Intern. J.
Nephrol. Renovascular. Disease, 2010; 3: 69-83.

3. Bergmann C., Senderek J., Ellenwindelen F.
et al. Clinical consequences of PKHD1 mutations
in 164 patients with autosomal-recessive polycys-
tic kidney disease (ARPKD). Kidney Inter-
national, 2005; 67: 829-848.

4. Gunay-Aygun M., Avner E.D., Bacallo R.L.
Autosomal recessive polycystic kidney disease and
congenital hepatic fibrosis: summary statement

[exkabpb, 2014

I—IP%IL/L% OP®AHHBIE BOJTE3HN

of a first National Institutes of health office of
rare diseases conference // J. Pediatr., 2006;
149: 2: 159-164.

5. Guay-Woodford L.M., Desmond R.A
Autosomal recessive polycystic kidney disease: the
clinical experience in North America. Pediatrics,
2003; 111: 1072-1079.

6. Zerres K., Rudnik-Schoneborn S., Deget F.
et al. Autosomal recessive polycystic kidney dis-
ease in 115 children: clinical presentation, course
and influence of gender. Arbeitsgemeinschaft fur
Padiatrische, Nephrologie. Acta Paediatr., 1996;
85: 437-445.

7. Gunay-Aygun M., Font-Montgomery E.,
Lukose L. Correlation of kidney function, vol-
ume and imaging findings, and PKHD1 muta-
tions in 73 patients with autosomal recessive poly-
cystic kidney disease // Clin. J. Am. Soc.
Nephrol., 2010; 5: 972-984.

8. Gunay-Aygun M., Parisi M.P., Doherty D. et
al. MKS3-related ciliopathy with features of auto-
somal recessive polycystic kidney disease,
nephronophthisis, and Joubert syndrome //
J. Pediatr., 2009; 155: 386-392.

9. Vujic LS., Heyer C.M., Ars E. et al.
Incopletely penetrant PKD-1 alleles mimic the
renal manifestation of ARPKD // J. Am. Soc.
Nephrol., 2010; 21: 1097-1102.

10. Kaplan B., Fay J., Shah V. Autosomal reces-
sive polycystic kidney disease. Pediatr. Nephrol.,
1989; 3: 43-49.

11. Turkbey B., Ocak I., Daryanani K.
Autosomal recessive polycystic kidney disease and
congenital hepatic fibrosis (ARPKD/CHF).
Pediatr. Radiol., 2009; 39: 2: 100-111.

12. Foucer J., Chanteloup E., Vergniol J. et al.
Diagnosis of cirrhosis by transient elastography
(Fibroscan): a prospective study. Gut 2006; 55:
403-408.

13. Obrein K., Font-Montgomery E., Lukose L.
et al. Congenital hepatic fibrosis and portal
hypertention in autosomal dominant polycystic
kidney disease // ]. Pediatr. Gastroenterol.
Nutr., 2011; 5: 18-26.

14. Gunay-Aygun M. Liver and kidney disease
in ciliopathies // Am. J. Med. Genet. C Semin.
Med. Genet., 2009; 151C: 4: 296-306.



