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Prospects for prevention and diagnosis of chronic kidney disease in children
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B HacTosimiee BpeMs XpOHMYECKast GOJIE3Hb MOYEK CTAJIA 3HAYMMOI MPOOGIEMOIi MeIHIMHBI. XOTS JIETH COCTABIISIIOT HEOOIBILYIO YACTh
OT 0OLIEro Yucjia OOJbHBIX ¢ TEPMUHAJIBHOII MOYEYHOI HEIOCTATOYHOCTHIO, OHM CO3JAIOT 0COObIE MPOOGIEMbI IS 3APABOOXPAHEHMS.
DT0 He TOJILKO NePBUYHOE MOPAXKEHHE M0YEK, HO U COYETAHHE C IKCTPAPEHAILHIMH NPOSBICHUSIMH, B YACTHOCTH C HapyuieHuem ¢u-
3MYECKOr0 H MCHXO0JIOTMYECKOT0 pa3BuTus pedeHka. IliodanbpHas npodiema B 1eTcKoii Hedposiorun — npouiiakTHKa 3200,1€BaeMOCTH
XPOHUYECKHUMH 00JIe3HAMHU NoYeK. JIJis pelenns 3T0ro BONpoca Heo0XoauMo U3yueHHe ITHOJIOTHH YKA3aHHbIX 3200/1eBaHNil y 1eTei,
KOTOpAasi CYIECTBEHHO OTIMYAETCH OT TAKOBOIA y B3pOC/IbIX. I10 JaHHBIM MHOTMX PETMCTPOB, OCHOBHOI MPUYMHON PA3BUTHS MOYEUHOI
HEI0CTATOYHOCTH ABJISIETCS BPOXKIEHHAS MATOJIOrUs noYeK. POKaIbHO-CerMeHTAPHBII IIOMepPYJI0CKIepo3 3aHUMAET YeTBEPTOE MECTO
cpeau NPUYMH XPOHMYECKUX 0oJie3Heii mouek. /Iisi peieHus: BONpoca NpeIoTBPALIeHUs Pa3BUTHS 3200J1eBaHMIl Y JeTeil He0OX0IUMMbI
3HAHMS 0 NMPUIUHAX (POPMHUPOBAHMS MTOYEYHOM MATOIOTHH U, B YACTHOCTH, BPOKIECHHBIX AHOMAJHIA MTOYEK M MOYEBDIX IyTeil.

Knroueswie crosa: aemu, XpOHUH"ecKue bone3nu nou4ek, no4evHas HedoCmamo4HoCms.

Chronic kidney disease has become currently an important public health problem. Although children constitute a small share of the total
number of patients with terminal renal failure, they present particular public health problems. This is not only a primary renal lesion, but
also concurrence with extrarenal manifestations, particularly with the impaired physical and mental development of a child. The global
pediatric nephrology problem is to prevent the incidence of chronic kidney diseases. To solve this problem, it is necessary to study the
etiology of the above diseases in children, which differs significantly from that in adults. According to the data available in many regis-
ters, the main cause of renal failure is congenital renal disease. Focal segmental glomerulosclerosis occupies the fourth place among the
causes of chronic kidney diseases. To attack the problem associated with disease prevention requires knowledge about the causes of renal
pathology and congenital abnormalities of the kidney and urinary tract in particular.

Key words: children, chronic kidney diseases, renal failure.

poHuYecKasi 00JIe3Hb MOYEK M TepMUHAJIbHAsI I10-

YyeyHasl HEeJI0CTaTOYHOCTb Ha MPOTSIKEHUU TMOCIIEI -
HUX IBYX BEKOB UM 10 OTHOCUTEJILHO HEJIaBHETO BPEMEHU
SIBJISJIUCh BeChbMa 3HAYMMOM TIpoOJIeMO# ISl 31paBo-
OXpaHEHUS M HEPEeIKO OKa3bIBaIUCh (haTaJbHBIMU
11 6osibHOTO. HayyHble M TEXHOJIOTMYECKUE YCOBEp-
IIEHCTBOBAaHMS BO BTOPOi MOJIOBUHE XX BeKa, NMPUBEI-
IIKe K Pa3BUTHUIO 3aMECTUTEILHOW IMOYEYHOM Teparuu
Kak BapyaHTa, TOJIep>KUBAIOIIET0 XW3Hb OOJBHOTO,
BO MHOTOM pELIWJIM MPOOJeMy XpOHUUYECKUX 3a00JeBa-
HUI TOYEK U SIBUJIMCH BBICOKMM MEIUIIMHCKUM JIOCTU-
>KEHMeM Mpouuioro crosetusi. OJHaKO BbICOKAsl U pac-
Tylllasi PacrnpoCTPaHEHHOCTb TEPMUHAJIBHOW CTaauu
3a00JiIeBaHUSI MpUBEJa K MOBBIIIEHHON IOTPeOHOCTH
B AMajn3e, opraHax s TpaHCIUIAaHTAllMM M, Kak Clief-
CTBUE, K KaTacTpo(PUUYECKOMY YBEIMYCHUIO PaCcXOJ0B
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3npaBooxpaHeHusi. OpraHu3allMOHHbIE U (DUHAHCOBbBIC
MpoOaeMbl, CBSI3aHHbIE C 3aMECTUTEILHOM TTOYEUHOI Te-
panueii, HadaJiu IMPeBbIIaTh BO3MOXKXHOCTH JaXe BBICO-
KOpAa3BUTHIX CTPAH.

CoBepllIeHHO €eCTeCTBEeHHO, 4YTO nepen Hedposo-
TMYECKMM COOOIIECTBOM TOSIBMJIACH CJIOXKHAs 3ajaaya,
KaK MpeayrnpeanTb pa3BUTHE TEPMMUHAIBHOW CTaauu
MoYeyHoil HemocTaTouyHOCTH. OJHUM U3 OTBETOB SIBU-
snock ¢opmupoBanHue B 2002 . mo nHuimatuee KDOQI
(Kidney Disease Outcomes Quality Initiative) HoBoIt
KJ1accuUKalu XpOHUUECKUX 00JIe3HEl TToYeK, B OCHO-
BE KOTOPOH JIEKUT (PyHKLIMS TTOUYEK, HE3aBUCUMO OT IPU-
YMHBI pa3BUTUSI (DYHKIIMOHAJIBHON HEIOCTaTOYHOCTH,
C orpejieJIeHMEeM pHUCKa HapylleHUs (yHKLIMU ToYeK
U pa3pabOTKOIi ecTBUIA, HalpaBJEHHBIX Ha MpeayIpe-
JKJIeHUE TIPOrpecCUupoBaHUS 3200J€BAHUSI.

CrnemyeT OTMETHUTb, YTO SMUAEMUOJIOTUYECKUE WC-
CJIeOBaHUSI XPOHUYECKOW MOYEYHOU HETOCTAaTOYHOCTHU
MPOBOJATCS BO BCEM MHUPE AABHO, OJHAKO CYIIECTBEH-
HBIM WX HEIOCTaTKOM SBJISIETCS TO, YTO MOJYyYEHHBIE
CBENIeHUs cojepxXar UH(popMalUo O OOJbHBIX C TEPMU-
HAJIBHOM CTaAuei XPOHUYECKOU MOYEYHOM HEI0CTATOY-
HOCTH U OYEHb CKYIHBIE TaHHBIE O PACTIPOCTPAHEHHOCTH
XpPOHUYECKUX 3a00JiIeBaHUI TTOYeK Ha paHHUX CTaIMsIX
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pa3BUTHs OOJIE3HW, TaK KaK 3a4acTyl0 OHa IpOTeKaeT
oeccumntoMHo. IIpoBeneHHbIe HCCIeIOBaHUS TIpe-
CTAaBUJIM JIOKA3aTebCTBA, YTO TEPMUHAbHAS TTOYETHASsT
HEIOCTATOYHOCTh — 3TO JIMIIb «BepXyllka aicOepra»
XPOHUYCCKUX 3a00JIcBaHUI TIOYEK; OBLIO BBICKA3aHO
MPEANOIOXKEHNE, UTO MAllMEHTOB C pAHHUMU CTaIUsIMU
6osie3Hu B 50 pa3 6osibiue [1].

Bo Bcem Mupe oTMedaeTcs BBICOKMIA TTPUPOCT YHMCIa
GOJIBHBIX C XPOHWYECKUMU 3a00JIeBAHUSIMU TTOYEK, OCO-
OCHHO CpelM B3pOC/bIX. YKa3aHHbIE 0O0JIE3HU B HACTOSI-
111ee BpeMsl IpU3HaHbI CEPbe3HOI MPOOIEeMON 31paBOOX-
paHeHUs, KOTOpast MOXKET JOCTUYb MACIITa0O0B SITUIAEMUK
B TeueHMe ciieaytoiiero aecstunetus [1]. JIBa ¢akrTopa
— cTapeHMe U IJI00abHasI SITUICMUS caxapHOTo JuabdeTa
I1 Tima B repBYI0 O4Yepeb OTBETCTBEHHBI 3a YBEJTUYEHUE
yyciaa OOJBbHBIX C TEPMMHAILHOM TMOYEYHOM HemocTa-
TOYHOCTbIO cpenu B3pocibix. [lenuarpuyeckue 00Jb-
HBIC COCTaBJISTIOT HEOOJIBIIYI0 YacTh OT OOIIETo 4YKciia
yKa3aHHbBIX OOJbHBIX. TeM He MeHee ¢ STUMM MalueHTa-
MU CBSI3aHBI OCOOBIC TIPOOJIEMBI IUISI 3MPaBOOXPAHEHUSI,
KOTOpBIe TPEOYIOT pellieHUsI. DTO He TOJBKO TIEPBUYHOE
MopaXkeHue IoYeK, HO W HaJludhe SKCTpapeHaTbHBIX
MPOSIBJIEHU I, K KOTOPBIM OTHOCUTCSI HapylieHue (pusu-
YEeCKOTO U TICUXOJIOTUYECKOTO Pa3BUTHS peOeHKa.

B CesepHoii AMepuke 1eTu B Bozpacte 10 20 jieT co-
CTaBJISIOT U 2% OT YKCia ALMEHTOB ¢ TEPMUHAb-
HOUW TIOYEYHOU HEIOCTATOYHOCTBIO, HO 3a MOCJCAHUE
20 1eT UX KOJUIECTBO YBEIUIMIOCh Ha 32 %, a B IpyTUX
cTpaHax — 6oJjiee yeM B 2 pasa [1]. TeM He MeHee XpOHU-
yecKasi 00J1e3Hb ITOYEK SIBJISCTCS OOJIBIION TTPpOoGIeMOoit
IJIST TIEAUaTpUM — CMEPTHOCTh JeTeil ¢ XpOHWYECKOM
ITOYCYHOU HEIOCTaTOYHOCTHIO, TIOMYJAIOIINX A3,
B 30—150 pa3 BhIlIe, yeM 00111asi CMEPTHOCTh CPEIU Jie-
Teit [2].

TakuM 00Opa3oM, AMATHOCTUYECKUE U TepareBTHYe-
CKUe TOAXOAbI K PEIIEHHIO TTPOGIeMbl XpPOHUYECKOM 60-
JIE3HU TMOYEK JTOJDKHBI ObITh HATIPaBJIeHbI HA MEPBUYHYIO
MpOMWIAKTUKY, paHHee BBISIBIEHUE U JOJIKHOE YIpaB-
JleHrue 6oJie3HbI0. JlaHHBIE 0 PacIIPOCTPAaHEHHOCTH XPO-
HUYECKOIM IMOYEeYHOU HEeIOCTAaTOYHOCTU y JIETel BHECYT
CYILIECTBEHHBIN BKJIAJ B pellleHUe MOCTaBJIEHHBIX 3a1a4.
B nmeTckoit mpakTHKe, TaKXkKe KaK Y B3pOCIIbIX, OOJIBIINH-
CTBO 3MUIEMUOJOTUIECKUX MCCIICNOBAHUI ITOCBSIIECHO
OGOJIbHBIM C TEPMUHAJILHOW TTOYEYHOM HEIOCTATOYHO-
croio [1]. HesHauuTenbHOE KOJIMYECTBO JETEl ¢ XPOHM-
YeCKON OO0JIE3HBIO TTOYEK 3aTPYMHSICT ITOMCK CBEICHUN
0 MallMeHTaX Cpeay MeAraTpruIecKoro HaceiaeHus . Jlaxke
caMble XOPOIIIO METOIOJIOTHMUYECKH IPOIyMaHHBIE pee-
CTPBI XPOHUYECKOI 6OJIe3HN TTOYEK He BCETIa HeCYT IT0JT-
HyI0 WHGOOPMAIIMIO O PacIPOCTPAaHEHHOCTH YKa3aHHBIX
3a00JIeBaHU.

B Coenunennbix IllTaTax AMepuKu HMCTOUHUKAMU
SMUAEMHUOJOTUIECKUX TAaHHBIX O XPOHUYECKOM 6oJe3-
HU MOYEK Y JeTel SABISIOTCS, B IEPBYIO OYEPEb, PEECTP
CceBepOaMEepPUKAHCKOI JETCKOM acCOIMAIK TT0 UCIThITa-
HUsM 1 coBMecTHbIM uccienoBanusiMm (NAPRTCS) u cu-

creMa noyeyHbix naHHbix CIIIA (USRDS). NAPRTCS,
co3naHHblil B 1987 . Kak peecTp MJisl pellieHUus] BOMPO-
COB TIEPECaKA TOYKU, COOMpPAET MaHHBIC B OCHOBHOM
M3 IETCKUX LIEHTPOB 1o Tepecaake nouek B CIIA, Kana-
ne, Mekcuke u Kocra-Puxke. C 1992 . peectp NAPRTCS
OBUT pacIIMpPEH, B HETO BOIILTU JTJaHHBIC O IMAIMEeHTaX, T10-
Jaydaromux guanus. B 1994 r. BriepBbie B JaHHBIA peecTp
ObLIM BKJIIOYEHBI JETU C KJIYOOUKOBOI uibTpaiiueit
75 ma/mMuH Ha 1,73M? TIOBEepXHOCTM Tella W HUXe [3].
OnmHako 3TW JaHHBIE COOMPAIOTCS TIPU JOOPOBOJIHLHOM
YYaCTHM TTeANaTPOB-HE(DPOJIOTOB U MAIIMEHTOB. B oTm-
yre ot NAPRTCS, npyras opranuszanus USRDS sBisi-
eTCsl HallMOHATTBHOM, OHAa aHAJIM3UPYET PACIIPOCTPaHEH-
HOCTb XpoHMueckoil 6ose3Hu mnouek B CLLIA. USRDS
CONEP>KUT TaHHBIC O KOJIMUYECTBE OOJIBHBIX C 5-if cTamueit
XPOHUYECKOW 00JIe3HU TTOYeK KaK CPEIV B3POCIHBIX, TaK
W cpeau nerei [4].

B Hamreir crpaHe perucTp OOJMBHBIX C XPOHMYECKOM
ITOYEYHOIW HEIOCTaTOYHOCTHhIO HAvyaT TaKxXe Ha I00po-
BOJIbHOI ocHOBe ¢ 1990 . u B HacrosiIiee BpeMsi Coaep-
KUT CBENCHUS O ICTSIX C Pa3HOM CTaaveil XpOHWIECKOM
60se3H1 movyek. OCHOBHAS YacTh TAaHHOTO PErucTpa co-
NEPXKUT Bce ke MHPOpMaIMIo O AeTsIX ¢ 3—5-ii craaueit
3a6osneBanus. B 2010 r. uranbsHckue kosutern (ItalKid
Project) ony6iukoBaay Hanbosiee MOJIHbBIN Ha CeroIHSIII-
HWI IEHb PeeCTp PacIpoCTPaHEHHOCTA XPOHUIECKUX 3a-
OosieBaHMIT mouek y aereit B Utanuu, Havateiit ¢ 1990 1.
M BKJTIOYAIOIINI CBEICHUST O OOJTBHBIX, MMEIOIINX KITy-
GOYKOBYIO (DMIBTpALIMIO MEHbIIe 75 MJi/MUH Ha 1,73 m?
MOBEPXHOCTH TeJa [5].

EBporreiickasi accoumanmsi Bpadyeil  AUATM3HBIX
neHTpoB u TpaHcruiantonoroB (EDTA), ocHoBaHHast
B 1964 1., TakKe BeIeT CBOW peecTp IeMorpauiecKux
JMAHHBIX TUAJTM3HOM CITy>XKOBI M TpaHCcIDIaHTamu. OmxHa-
KO MCTOPUYECKU TaK CIIOXKWMIIOCH, YTO JaHHBIE O Hehpo-
JIOTUYECKOM ITOMOIIM JEeTSIM B 3TOM peecTpe Bcerna
oblu ckynuble. Ha pyboexe Bekos ohuc EDTA nepeexan
B AMCTepaM 1 Hadal cooupaTh MHMOPMAITUIO 0 XPOHHU-
YecKOi 00JIe3HU ITOYeK Y JeTeil, B OCHOBHOM OITUPasiCh
Ha HallMOHAJIBHBIE PETMCTPBI. B HacTosee BpeMs TI0-
CTYIAIOT AaHHbIe U3 12 eBponeickux cTpaH, ABCTpaiuu,
HoBoit 3enanngun, a Takke ot SIITOHCKOro 00IIecTBa IeT-
cKux Hedposoros [6]. O6obIeHne NHOOPMALIMKU TTPO-
JIEMOHCTPUPOBAJIO, YTO PACIIPOCTPAHECHHOCTh XPOHMYE-
CKUX OOJIE3HEU TOUeK B pa3HBIX CTpaHaX HEOIMHAKOBa
— or2n0 15 gereit Ha 1000000 Hacenenusi. B Haieit
CTpaHe BCTPEYAEMOCTb YKAa3aHHOW I1aTOJIOTUU Y JAETei
nocturaet 4 Ha 1000000 HacesneHusl.

Tem He MeHee, CBelEeHMSI O PacIpPOCTPAaHEHHOCTH
He pelIarT I100ajbHOI MpobeMbl B 1eTCKOI HedpoJ1o-
rum — npoduiakTuku 3abosieBaeMocTu. st peleHust
BOITPOCa HEOOXOIMMO W3YYCHHWE STUOJOTHMU XpOHWYE-
CKUX 0OJIe3Hel IToYeK Y JeTeid, KOTopasl CYIIeCTBEHHO
OTJIMYAETCSI OT TAKOBOW Y B3POCHBIX. AHAIM3 TaHHBIX
MHorux esporneiickux peructpo, CIIA u Poccun yoGe-
TUTETLHO TI0KAa3ajl, YTO OCHOBHOW TPUINHON Pa3BUTHS
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MOYEYHOI HEeTOCTATOUHOCTU SIBJISIETCS BPOXKIEHHAs Ta-
TOJIOTUSI TIOYEK, K KOTOPOU OTHOCSITCSI OOCTPYKTUBHAsK
yponatusi, pedutokc-Hedponartusi, TUMNO/IUCTLIA3US.
DokanbHO-CErMEHTAPHBIN  TJIOMEPYJIOCKIEPO3 CTONKO
3aHMMAET YEeTBepPTOe MECTO IO BCTPEYAEMOCTH Cpelu
MPUYMH XPOHUYECKMX OOJIE3HEH MOYEeK, HACJIEACTBEH-
HBIN HePUT BCTpedaeTcs TuIb B 1,5% ciydaes, a reMo-
JINTUKO-YPEMUICCKUN CUHIPOM — TI0YTH B 4%. Takum
00pasoM, JIs1 pellieHusI OCHOBHOI'O BOMpoca AeTCKON He-
(bposnoruu — npeaoTBpanieHUs pa3BUTUSI 00JIE3HU — He-
00XOAMMBI 3HaHUS O MPUYMHAX (HOPMUPOBAHUS TTOYEY-
Hoii marosioruu. O4YeBUIHO, YTO OCHOBHOM MPUUYMHON
B JIETCKOM BO3pacTe SIBJISII0TCS reHeTuueckre hakTophbl.

BpoxxieHHble aHOMaJIUU TOYEK U MOYEBBIBOASIINX
nytei BcTpevatorcest ¢ yactoroit 1 Ha 500 HOBOpOXKIEH-
HbIX. DTU HapylleHUs BKJIIOYAIOT aHOMAIUW Pa3BUTUS
KaK caMOi MOYKM (Hampumep TUIlo/aucCIiia3us), Mode-
BOrO TpakTa (Hampumep ruapoHedpo3) u MOYEeBOTO My-
3bIpsl (HAIPUMED ypeTepolese, My3bIpHO-MOYETOUHUKO-
Bblii pedtiokc). B GonblIMHCTBE ciyyaeB BPOXKIEHHbBIE
AHOMAJIMU SIBJISIIOTCSI CIIOPAJMYECKUMU, B TO K€ BpeMmsi
OHU MOTYT BCTpeYaThcsl Kak ceMeiHble (hOpMbl WU ObITh
4yacThlo cuHapoma. [IpumevaresnbHO, 4YTO BPOXKIEHHbIE
AHOMAJIMU TIOYEK UM MOYEBBIBOASIIMX MyTeil ciyxar ca-
MOM pacIpOCTPAaHEHHOW NMPUYMHONM IMOYEYHOW HelocTa-
TOYHOCTH Y JIeTeli; OHM HabmomaroTcst 6oiee yeM y 30%
JeTeil ¢ TEpMUHAJIbHOW MOYEYHON HEeI0CTATOYHOCThIO
[7], HyxXnaroniuxcsi B 3aMeCTUTEbHON MOYEYHON Tepa-
in, ipuaeM y 70% 13 HUX pa3BUBaeTCs TsDKesast TUTep-
TOHUSI. DTU IaHHbIE TOAYEPKUBAIOT HEOOXOIUMOCTb pa3-
BUTHSI HOBBIX CTpaTeTWii, HAMpaBJIEHHbIX Ha CHUXKEHUE
yKa3aHHOI 3200J1€BA€MOCTH.

MoJiekyJIsipHble OCHOBBI Pa3BUTHS MOYEK W YPeTPAib-
HOTO TPAKTA

OpraHoreHe3 OKOHYAaTeJIbHOI MOYKM (metanephros)
U HUDKHUX MOYEBBIX MYyTEH PEryJupyercsi KOMILIEKCOM
B3aMMOJICMCTBUIT TPAHCKPUITLIMOHHBIX/POCTOBBIX (haK-
TOPOB U BHYTPUKJIETOUHBIX MOJIEKYJI MeTaHe(hPOTeHHOMI
ME3EHXUMbI, CTPOMBI, aHI'M00JIaCTOB, BOJb(oBa KaHaIa
u kinoaku [8]. CroxHble MeXaHM3Mbl B3aMMOJEICTBUS
rnvanpHoro Hewporpoduueckoro dakropa GNDF ¢
c-Ret peuenropamu TtuposumHkuHasbl (RTK), mynstu-
TPAHCKPUILIMOHHBIX U pocTOBbIX (hakTOopoB (Pax2, Eyal,
SIX) u T. 1. GOpMUPYIOT KOHEUHYIO MOYKY. BpoxaeHHbIe
AHOMAJIMU SIBJISIIOTCSI UTOTOM HapyllIeHUsI 9TUX B3aUMO-
neicTBUi Ha 1loboM atane. OTcyTcTBre (HOPMUPOBAHUS
BOJIL(OBOrO KaHajla MPUBOIUT K areHe3uu MOYKHU, a Ha-
pylIEeHHE B3aUMOJEWUCTBUSI MeXIy MeTaHehpPOTreHHOM!
ME3EHXUMOI U BOJb(MOBBIM KaHAJIOM — K [TOYEYHOM
runo/aucriazuu. B HacTosiiee BpeMsi MpU pa3iMuHbIX
BPOXIEHHBIX aHOMAJTUSIX ITOYEK U MOUYEBbIX MYyTEHl BbISIB-
JieHbl MyTauuu 6osee yeM B 30 reHax [9] (Taou. 1).

B cBsI3U ¢ LIMPOKMM CHEKTPOM U PA3TUUYHBIMU KJIU-
HUYECKUMU TMPOSIBJEHUSIMU (OT TSIXKeJbIX, HabJoaaio-
LIMXCS elle MPeHaTaabHO, 10 JErKUX — O0ecCUMIITOM-
HbIX) BPOXJIEHHbIE aHOMAJIMM MOYEK M MOYEBBIX IMyTei

K 80-JIETUIO KA®E/LIPbI FOCITUTAJIbHOMN MEANATPUUN Ne1 POCCUACKOIO HALIMOHAJIbHOIO
MNCCJIEQOBATEJIbCKOIro MEQULIMHCKOIo YHUBEPCUTETA UMEHU H.U. ITMPOIrOBA

TpeOYIOT WHAMBUAYAIbHOTO HabJIOAeHUS 32 O0JbHBIM.
MeauuMHCKUIZ MOHUTOPUHT BKJIIOYAET AUETY, OLEHKY
HYTPUTHUBHOTO CTaTyCa, ONpeAe/ieHUe IJIMHbI Tela, U3Me-
peHue apTepuallbHOTO JABJIEHUSI U KOHTPOJIb (DYHKUIUU
MoYyeK ¢ OMmpenejeHueM MPOTEUHYPUU U YIBTPA3ByKO-
BBIM UCCJIEIOBAHUEM IOYEK.

[eHeTnyeckoe KOHCYJIBTUPOBAHUE PEKOMEHIYETCS
IIJIS1 BCEX MALMEHTOB C CEMEMHBIMU CIIydasiMU BPOXKIEH-
HBIEX aHOMAJIMI TIOYeK ¥ MOYEBBIX MyTe MJIW BHOBD JTH-
arHOCTUPOBAaHHbIMU ¢hopMamMu marosjoruu. BHenpeHue
0oJiee YyBCTBUTEIbHBIX METOJOB, MO3BOJISIOLIUX MPOBO-
IIUTb MOJIEKYJISIPHO-T€HETUYECKE UCCIeN0BaHuUs, T0-
MOXET BBISIBJIEHUIO U MPOTHO3MPOBAHUIO TMOCIENCTBUI
BPOXIEHHbIEX aHOMATUHA.

DoKaIbHO-CErMEHTAPHBII LIOMEPYJIOCKIepPO3 KAK MPHIMHA
TePMHUHAJILHO# MOYEYHOH HEOCTATOYHOCTH

IMepBuuHbBIl (HOKATbHO-CErMEHTAPHbIN TJTOMEPYJIO-
CKJIepo3 — TIJIaBHas MpPUYMHA CTEPOUIPE3UCTEHTHOTO
He(hpOTHUECKOTO CUHIPOMA Yy JIeTeli: BcTpevaeTcs B 76 %
cJIy4aeB, y B3pOCIIBIX — TOJBKO B 55%. B mocienHee Bpe-
MsI OTMEUaEeTCsl yBeJIMUEHUE YaCTOThl BCTpeuaeMocT ¢ho-
KaJbHO-CErMEHTapHOTO TJIoMepyJiockieposa. BeposiTHo,
9TO CBSI3aHO C HOBBIMM 3TUOJOTMUYECKMMU (haKTOpaMu
U YXyAIIEHUEM 9KOJOTrM4YeckKoil OOCTAaHOBKM B MUDE,
MpUYeM 4YacToTa 3a00JIeBaHMSI U €ro TIXKECTb ropas/o
BbIlIE y apprKkaHueB u ucnauies [10].

WM3BecTHO, 4TO OOJBIIMHCTBO cJlydyaeB (hOKaIbHO-
CEerMEHTapHOTO IJIOMEPYJIOCKJIEpo3a CIopajudecKkue,
HO TakXe YCTaHOBJIEeHbI cemeliHble (dopMbl. [1puunHoii
pa3BUTUS CeMeWHbIX (DOpM SIBJISIETCS MYTallUsi TE€HOB,
KOIMPYIOIIMX KOMIOHEHThI ogouuTa. Cpeau Haubosee
U3YYEHHbIX CJIENYET BbIIEIUTD FeHbl He(pUHA U MOAOLIU-
Ha. K reHeTMuecku 1eTepMUHUPOBAHHBIM 3200J1€BAHUSIM
TaKXe OTHOCSTCST cuHapoMbl denuc-/pam u @peiizepa,
MPU KOTOPBIX OTMEYAETCsl MyTallusl TPAHCKPUILIMOHHO-
ro ¢pakropa WT1, cunnpom I[MuepcoHa, o0yciOBIeHHBIN
MyTauueii rena B,-naMuHuH (LAMb2) (taba. 2)

Bpoxnennblit HeppoTuueckuii cunapom hUHCKOro TUNa
u mytanus reia NPHS1

B 1998 . M. Kestilau coaBt. ooHapyxunureH NPHS,
OTBETCTBEHHBII 3a pa3BUTUE BPOXAEHHOrO HEDPOTU-
YECKOro cUHapoma (PUHCKOTO THUIIAa U PaCMOOXEHHBII
Ha 19-i1 xpomocome (19q13.1) [11]. On comepxut 29 3K-
30HOB. Cpeau GUHCKON MOMyJsILUY OTMEYAIOTCS IBE MYy-
TalMu: aeneius Bo 2-M 9k30He — Fin-major u HoHceHc-
myTtauusi B 26-M 3k30He — Fin-minor. O6e myTanuu
BEIYT K HapylIEHWIO cUHTe3a HedpuHa. Y MaluueHTOB
He(UHCKOI MOMYISIIUNA OTIMcaHbl 6ojiee 60 pa3TUIHBIX
MyTalMi, B TOM 4UCJE e, MUCCEHC- U HOHCEHC-
MyTalMu B ApYrux sk3oHax [12]. U3sydyeHnue wmytaumii
reHa NPHS11103Bo1110 00HApYKUTh OoJiee Jerkue ¢hop-
Mbl T€UEHUsI BPOXAEHHOTO He(POTUYECKOTO CUHIPOMA
¢uHcKoro Tuna.

CTpykTypHO He(pUH MpecTaBisieT co00i TpaHCMeM-
OpaHHBI OeJI0K, cocTosilMit U3 1241 aMUHOKHCIOTHOTO
OCTaTKa v OTHOCSILIUICS K cynepceMecTBY UMMYHOTJIO-
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Tabnuya 1. Bpoxaennble aHOMAIMHA NOYEK ¥ MOYEBbIX ITyTeil

Tun mansdopmanu

[Ipuunna

AreHe3ust ToYeK

anonncnnaa/m IIOYEK

HI/ICI'[J'[a3I/I$I MoY€eK

TTonukucTo3 moyexk

MyJ'IbTI/IKI/ICTOS MOoY€eK

MenynnspHast KUCTO3HAS
JUCTUIA3UsI TTOYeK

IToyeunsle Mmaabhopma-
LIUH C IIy3bIPHO-MOYETOY -
HUKOBBIM peIIOKCOM

ViBoeHNrEe MOYETOUYHUKOB

ITogkoBOOpa3Has mouka

OTcyTcTBUE B3aUMOIEHCTBUS
MeKJ1y BOJIb(OBBIM KaHAJIOM U
MeTaHe(pOTeHHO ME3eHXUMOM

Hapyienue B3aumoneiicTBus
MEXIY BOJb(OBBIM KaHAJIOM 1
MeTaHe(POreHHON ME3eHXMMOM

To xe

HapyiieHue Moaeny KaHableB U
cobupaTesbHBIX TpyOOUeK

Hapyienue B3anmoseiictust
MeXIy BOJIb(OBBIM KaHAJIOM U
MeTaHe(pOreHHON Me3eHXUMOI

HapyieHue Momen KaHalIbLEB U
cobMpaTebHBIX TPyOOUYEK

HapyiieHue Moaenu kaHalblieB

U cOOUpaTebHBIX TPYOOUEK WU

B3aUMOJEICTBUS MEXIy BOJIb(hO-

BbIM KaHaJIOM U MeTaHe(POTeH-
HOM ME3EHXUMOW

DopmupoBaHKe BTOPOro BOJIbHO-
Ba KaHaJla U3 MOYEBOTO TPAKTa

JedeKT Karcybl ToueK

AHaTroMUyecKue Ten
U TUCTOJIOTUYECKHUE XapaKTCPUCTUKHU
OTcyTCTBYE TTOYKM Y MOYETOUHUKA Ret
GDNF
‘YMeHb1IaeTcsi KOJIMYECTBO COOUPATETbHBIX Pax2
KaHaJIblIeB, YallleyeK, YMEHbBIIIAITCs Salll
pa3Mephbl IoYeK Six2
BMP4
HNFIj
UMOD
‘YMeHbIIaeTcsl KOJIMYeCTBO COOUPATETbHBIX Pax2
KaHaJblieB, yameyek. [logBisiroTcs He- HNFIj
nuddepeHIInPOBaHHBIE CTPOMAaIbHbIE WU UMOD
Me3eHXMMaJIbHbIe KJIeTKU, YacTo accouum- Nphpl
pyeTcs C YMEHBIIIEHUEM Pa3MepOB MTOYEK BMP4
Six2
XPNPEP3
Hanuuue KucT B KaHaIblax U cCOOMpaTesb- Pkdl
HBIX TPyOOUKax Pkd?2
HNFles
NPHPI
OTcyTCTBYE KITYOOUKOB MJIM KaHAJIBLIEB, HNFles
HaJINYME KPYIHbIX KUCT, HapylleHue ¢hop- UPIIIA
MUPOBAHUSI KPOBEHOCHBIX COCYIOB.
ATpodus KaHaIIbIIeB, UHTEPCTUIINATbHBINA UMOD
(hrOPO3, KUCTHI B AUCTATbHbBIX KaHAJIbLIAX U
MeIYJUISIPHBIX COOMPATEIbHBIX TPyOOUKax
KucTo3nbie Mmasibhopmanum moyex, Turo,/ UPKIII
JUCILIa31s U Ty3bIPHO-MOYETOYHUKOBBIN UPKII
pedoke EYAI
SIX1
SALL1
YnBoeHrEe MOYETOYHUKOB U MOUYEBOM CH- Robo2
CTeMbI FoxCl,
FoxC2
BMP4
CpalleHue oYEK B MOJI0CaX HNFIj

OYJIMHOB C anre3WBHBIMYM (DYHKIMSIMU; €T0 MOJEKYIISIp-
Hast macca 185 k/I. HedpuH umeer Tpu paznuyaroiiuecs
obsactu: OoJiblIasi BHEKJIETOYHAsl, TpaHCMeMOpaHHast
1 BHYTPUKJIETOUHASI. BBICOKOTIIMKOMM3UPOBAaHHAsT BHE-
KJIETOYHAsT 00JIaCTh COCTOUT W3 BOCBMH WMMYHOTJIO-
OYyJIMHOBBIX YacTeil M ofHON (PUOPOHEKTUHOBOW YacTu
[11]. BHyTpukieTouHasi 00JaCcThb COAEPXKUT HECKOJbKO
OCTaTKOB THPO3WHA, KOTOPBIE SIBISIIOTCSI BO3MOXKHBIMU
Jiokycamu st pocopunupoBanus. MakTuyecku, He-
¢puH HaxoaUTCs B cocTosTHUM (hocopunupoBanus [13].
CtpykTypa HeprUHA U €TO MECTOINOJIOXEHUE B 11IEJIEBOM
nuadparMe IpUBEN K TUITOTe3¢, YTO TOMOMUIBHOE B3a-
MMOJEHCTBIE HepUHA CBSI3BIBACT IBA IMPOTUBOITOIOX-
HBIX ogoLMTa, (hOpMUPYH 11esieByto nuadparmy [13].

AyTOCOMHO-pelnecCHBHbIIi HepOTHIECKHIT CHHAPOM
u mytanus reia NPHS2

MHTerpaibHblii MEMOpPaHHBIN O€J10K MOIOLUMH C MO-
JIEKYJISIpHOI Maccoit 42 kJI OTHOCUTCSI K CTOMaTUHOBOMY

MPOTEMHOBOMY CeMeWCcTBY U Ha 47 % TOMOJIOTMYEH CTO-
MaTUHY 4yesioBeka. B OCHOBHOM MOJOILIMH 9KCIIPECCUPY-
eTCsl B TVIOMEPYIISIPHBIX TTOMOIIUTAaX W MEHBIIIE — B SIMY-
KaX, (eTaTbHBIX TKaHSIX cepiia | IeyeHu. [lomommH,
MMOIOOHO <«IITTHUJIbKE», 3aMbIKaeT He(PUH B MOAOLINTAX,
TEM CaMbIM BXOIWT B CIUHYIO CTPYKTYpY IIEJICBON ITH-
adparmbl U, nogo6Ho HedpuHy u 6enky CD2AP, ces3an
CJIMMUAHBIMU MOCTUKaMM TmocienHeit [14]. YcraHos-
JIEHO, 4YTO OOoraThlii MPOJMHOM KapOOKCWJIbHBIM KOHEl|
MOAOLIMHA SIBJSIETCSl TMOCPEIHUKOM BO B3aMMOJENCT-
Buu c 6enkamu CD2AP, nedopunom, NEPHI, NEPH?2
u NEPH3 (15, 16].

Ponb mopounHa B popMHupoBaHUM HEDPOTUUECKO-
ro cuHApoMa Oblla Hambosiee M3ydyeHa rocjie oOHapy-
JKEHUS TeHa, KOJUpPYIoUero aTot 6eysok. [eH nopouumHa
NPHS?2 pacriosoxeH BXpOMOCOMHOM Jiokyce 125 —
q31 [14]. MyTamus reHa IomoIMHa BeIsIBIIcHa B 45—55%
ciiyyaeB cemeiiHol (hopMbl HEDPOTUUECKOTO CUHIPOMA

POCCUNCKWIA BECTHUK NMEPUHATOJIOMU U MEANATPUN, 4(1), 2012

29




K 80-JIETUIO KA®E/LIPbI FOCITUTAJIbHOMN MEANATPUUN Ne1 POCCUACKOIO HALIMOHAJIbHOIO
MNCCJIEQOBATEJIbCKOIro MEQULIMHCKOIo YHUBEPCUTETA UMEHU H.U. ITMPOIrOBA

Tabauya 2. Tenerudeckue npuuuMAbl HOKATBHO-CETMEHTAPHOTO IIOMEPYI0CKIEP03a M He(POTHIECKOTO CHHAPOMA

IeH, Tun HacinenoBa- Jlokanu3sauus 6enka Jlokyc Denoturmn

HUS

NPHS 1/nephrin (AP) [Momonut u meaeBas 19q13.1 BpoxneHHbIl HepOTUYECKUTE CUHIPOM
nuracdparma

NPHS2/podocin(AP) To xe 1g25-q31 DCI'C ¢ paHHUM 1€0I0TOM

CD2AP (A1) » » 6pl12.3 IMonpoctkosiit ®CI'C

WTI (AL) [Momorut 11p13 Cunnpomusbie IMC u nzomupoBanHbiii @CI'C

ACTN4 (ALL) » 19q13 IMonpoctkobiit ®CI'C

TRPC6 (AL) » 11921q22 » »

PLCEI (AP) » 10g23-q24 Hecunnpomusie IMC/DCI'C

LMXIB (ALT) » 9q34.1 Cunpapomubiii HC + KocTHBIE qucIiazum

SMARCALI (AP) » 2q34-q36 MUK T'H + xoctHbIe Aedhopmanmun

LAMB?2 (AP) I'bM 3p21 Cunapomubie JIMC u uzonupoBanubiit @CI'C

SCARB2 (AP) JInzocombl 4q921.1 Cunapomubiii @CI'C

MYH9 TTopouutsl 22p Wmnonatnueckuiit ®CI'C

INF2 (Al) » 14932 IMonpoctkoeiit ®CI'C

HewussecTHbli HewussecTtHa Hewussecten Galloway—Mowat cuHIpOM

MynbTUre HHbII » MynbTUreHHbII Charcot—Marie—Tooth 60y1e3Hb

Tlpumeuanue. AP — ayrocoMHO-penieccuBHbI; A/l — ayrocomHo-noMuHaHTHBIM; L] — menesas nuadparma; ’BM — riomepynsipHas 6a-
3abHast MeMopaHa; @CI'C — dhokanbHO-cerMeHTapHbIi TToMepynockiepos; IMC — nuddysHblii Me3aHTHanbHbIi ckiepo3; HC — Hedpo-
tnaeckuit curapom; MK I'H — "MMyHOKOMILJIEKCHBIH TJIOMEPYJIOHE(DPUT.

1 B 8—20% ciyyaeB criopagnueckKy BO3HHUKILIEro Hedpo-
TUYECKOTO CUHIpOMA.

Onucano ©Oosnee uyem 30 myTauuit (MHUCCEHC-MY-
TallMyd, HOHCEHC-MyTalluu, JeJeluuru), MNPUBOMSIINX
K UBMEHEHUSIM CTPYKTypbl Oesnka [17]. OOHapyxkeHO,
qyT0 y HaceneHus: @pannum u [epmManuu Hambosee Ja-
cTo BcTpeuaeTcst myTauust R138Q, B To BpeMs Kak MyTa-
uust P20L otmevanach y UTQJIbSIHIIEB U MTPU CEMEHOM
HePOTUYECKOM CUHAPOME B TYpELKOW MOMYJSIUHU.
MyTtauus reHa MoAOLMHA Takxke Oblla oOHapykeHa
y TIAIIMEHTOB  C BPOXXACHHBIM W WHMAHTWIBHBIM HeE-
bporrueckum cunapomoM [17]. O ceMeHbIX caydasix
3a00J1eBaHUs, CBI3aHHBIX C MyTauueil reHa NPHS2,
coobmmaun G. Caridi u coast. [17]. UnTepecHo deHo-
TUMNYECKOE MPOSIBJIEHUE FeTePO3UTOTHBIX MyTallUii MO-
JNIoUMHA. 3aMedyeHo, 4yTo MaHudbecTalus MpoOTeuHYpUU
BapbUPYET OT HECKOJIBKMX MECSIEB KU3HU 10 HECKOJIb-
kux JeT. OagHako y 5 u3 10 mauueHToB € reTepo3uroT-
HbIMU MYTalUMSIMU HAOJI0JAJICsl JOCTATOYHO OBICTPbIN
HUCXOJ B XPOHMYECKYIO IMOYEYHYIO HEJOCTATOYHOCTD.
Y 0obHBIX € OJaronpusiTHbIM ~TeueHueM Hedputa
B MOp(OJIOrMuecKoil KapTuHe MMEJIU MEeCTO MpU3Ha-
Ki  (HoKaTbHO-CETMEHTApPHOTO  IJIOMEPYJIOCKIIEPO3a,
MpU UMMYHOTUCTOXMMUYECKOM UCCJIENOBAHUM TMOYeY-
HOI TKaHW OTMEYaJoCch HapylIeHUWE B paclpeiesieHun
nonpoimHa B mopouuTax [18]. Kpome Toro, rerepo3urot-
Hble MYTallMU MOJOLMHA OTMEYATUCH Y PEHOTUTTNYECKHU
3I0POBBIX pOAUTENEN OOTBHBIX JETEN C TOMO3UTOTHBIMU
MyTalMsIMU JaHHOTO reHa. Bce aTu cBepeHust TpeOyioT
JaJIbHENIIEro u3y4eHusl U OCMBICJICHUS.

HedpoTuyecknii cuHapoM, 00YCJIOBJIEHHBI MyTaluMeii
reHa PLCel (NPHS3J)

B 2006 . Tpynma ydYeHBIX BBHISIBUJIA MYTAIMIO TeHa
PLCel (pochonunaza C, sncuioH-1), o0ycaoBIMBalo-
IIYIO pa3BUTHE MH(MAHTWIBHOTO BPOXICHHOTO U Hehpo-
TUYECKOTO CTHIPOMa, XapaKTePU3YIOIIETOCs TIPEUMYIIe-
CTBEHHO TU(PdY3HBIM Me3aHTUATbHBIM CKJiepo3oM [19].
[IprMevaTelbHO, YTO B IIEPBOM COOOIICHUU Y YJICHOB
CeMbH ¢ HE(POTUIESCKUM CUHIPOMOM Ha (hoHE MYTaIit
PLCel, npuBOJSIILIUX K YKOPOUEHUIO T€HA, TUCTOJIOTMYe-
CKasl KapTUHa XapakTepu3oBaiach 1M(Pdy3HbIM ME3aHTU-
ATBHBIM CKJIepo30M. OIHAKO B IPYTOi CEMbE C MUCCEHC-
MyTalueil pu MOpMOTOTMYECKOM HUCCIICIOBAHUM OBLT
BBISIBJICH (DOKaJIbHO-CETMEHTapHBIN TJIOMEPYJIOCKIICPO3.
[Mocnenyromue MccaenoBaHUS TTOKA3alu, YTO MYTallUW
BTeHe PLCel GbuUIH BBISIBJICHBI B 28 % Bcex cilydaeB M30-
JIMPOBaHHOTO MUMGhY3HOTO ME3aHTHAIBHOTO CKIIEpO3a
[20]. TMocneaHue paboThl MPOAEMOHCTPUPOBAIN, YTO Ha-
pyiieHne GyHKIUKA YKAa3aHHOTO TeHa SIBJISICTCS CIIENCT-
BHEM Pa3TMYHBIX MYTAIWil, Wy 9aCTU JIIOJCH MyTalmst
reHa PLCel MoxeT npoTekaTb 6eCCUMITOMHO. DTO 03-
HavaeT, YTO eIle MPEICTOUT BBIICIUThH TeHbI-MOIuMUKa-
TOPBI, B3aUMOICHCTBIE KOTOPHIX TTPUBOIUT K Pa3BUTHIO
160 nuddy3Horo Me3aHrMaJIbHOro CKjieposa, Jubo (o-
KaJIbHO-CEerMeHTapHOTO TJIoMepyiockieposa [21].

®ochonumaza C (3NCWIOH-1) SABIIETCS WICHOM Ce-
MeiicTBa ocdonnnazHbix OEJKOB, KOTOPbIE KaTalu3u-
PYIOT TUAPOIU3 MOAUDOCHOUHO3UTOB, TaKUX Kak doc-
dartununuHosuton-4,5-oucocdar (Ptdlns (4,5) P2),
yTo ycunusaeT npoaykuuio Ins (1,4,5) P3 u auauunriau-
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ueposia [19]. TlpomyKTbl 2TOi peakuuu WHULUUPYIOT
KacKaj BHYTPUKJIETOYHBIX OTBETOB, KOTOPBIC TTPUBOIAT
K pOCTY KJIETOK, NUMDEpeHIMPOBKE U BKCIIPECCUU Te-
HOB. MexaHu3Mbl, BCJIEACTBUE KOTOPbIX MYyTallMW TeHa
PLCe I BbI3bIBAIOT HEPPOTUUECKUI CUHAPOM, HE 10 KOH-
11a U3YyYeHbl. YCTAHOBJIEHO, 4TO F€H 3KCIIPECCUPYETCsI
B Pa3BUBAIOLIMXCS Y 3peJIbIX MOMOLUTAX U UYTO B PE3YJib-
TaTe MyTallMu KCIpeccust MoJoMHa U He(pruHa yMEeHb-
maercs [19].

AyTOCOMHO-/IOMMHAHTHDIII He(POTHYECKHMiI CHHIAPOM
¥ MyTaIus reHa a-aKTHHHHA-4

o-AKTUHUH-4 TIpeacTaBisieT coboil 6eloK ¢ Mo-
nexkynspHoii Maccoir 100 k/I. Okcnpeccus MPHK
0-aKTMHWUHA-4 OTMeYeHa B HECKOJIBKMX TKaHSIX, B TOM
yyciae B MOMXKETYJA0OYHON Xejie3e U IMovykax (B CTeH-
Kax KpOBEHOCHBIX COCYIOB U nomouurtax). M3BecTHo,
YTO 0.-aKTUHUH-4 TIepeMeIaeTcsl B sIIpO TIOI BIUSTHM-
eM JIeNoJMMepU3allui  aKTUHA, pacrojaraercsi OKO-
jo 6enka CD2AP u TecHO CBsSI3aH € IryaHWIaTKWHA30M
MAGI-1. YcraHoBjieHO, YTO IpPU y4aCTUM O.-KaTeHUHa
0-aKTMHUH-4 CJIY>KUT TIOCPETHUKOM B3aMMOICHCTBUS
KaJlrepruH-KaTeHUHOBOTO KOMILJIEKCA M aKTUHOBOM YacTH
uuTockesnera. B mMoaenn MoJiekysnsipHOM opraHusanuu
ITOIOITUTOB O.-aKTMHUHY-4 OTBOIUTCS (DYHKIIWS CBSI3bI-
BaHUsI TPOTEMHOBOTO KOMILIEKca 11eJeBOi auadparmbl
1 6a3aibHOrO 0EJIKOBOrO KOMIUIEKCA C aKTMHOBOW 4Ya-
CThlo LMTOCKesnera [22]. OTMedeHa posib a-aKTUHWHA-4
B TIaTOTeHe3€e MPOTEMHYPUH. B aKCTIeprMeHTaIbHBIX MO-
JIeNIX He(POTUYECKOTo CUHIPOMa OTMEYAJIOCh YCUIIEHNE
AKTMBHOCTU O-aKTMHMHA-4, KOTOpPOE MpE/IlecTBOBAIO
CIJIaXXKMBAHUIO «HOXEK» ropoluTa. bojee Toro, ogHoB-
pEeMEHHOe B3aUMOJEHCTBUE O.-aKTUHUHA-4 C UHTErpu-
HaMu U B-KaTeHUHOM ILieJieBOi auadparMbl onpeaessieT
€ro 3HaUMMOCTb B PETYJISILIMU CTPYKTYpPhI nogouuTa [23].
MyTtamusi TeHa o-aKTWHWHA-4 TIPUBOOUT K Pa3BUTHIO
ayTOCOMHO-IOMUHAHTHOTO  (hOKaJIbHO-CErMEHTAPHOTO
[JIOMEPYJIOCKIIEPO3a, XapaKTEePU3YIOLIETocsl MO3AHUM
MposIBJIEHUEM (Yallle Y B3POCJbIX) W MEIJICHHbIM MpPO-
rpeccupoBaHueM [24].

AyTOCOMHO-/IOMMHAHTHBII He(POTUIECKHIA CHUHAPOM
u mytanus reia CD2AP

benok CD2AP (CD2-accoiumpoBaHHblii 6€710K) ObL1
Ha3BaH TaK B CBS3M C ero accoumauuein ¢ CD2-peuen-
TopHbIM OenikoM T-kietok. B T-knerkax CD2AP cradu-
JIM3UPYET B3aUMONENUCTBUE C aHTUTEHIPE3EHTUPYIOLIN-
MU KJICTKaMU.

CD2AP — 6enok ¢ mosekyisipHoii Maccoii 80 /I, co-
nepxKaiid Tpu aoMeHa SH, B aMUHOKOHLE, MMEIOILMX
paiioH, Ooratblif MPOJMHOM, CBEPXCIUPATM30BAHHYIO

00J1aCcTh, JAUMEPHYIO MOCJIEN0BATEIbHOCTh U AKTUHCBSI-
3aHHBbI calT Ha kapOokcuibHOM KoHie [25]. CD2AP
9KCIPECCUPYETCsI B HECKOJIBKUX TKAHSIX, BKJIIOYAsl MOUKHU.

Kpome nummyHHoi# cuctemsl, 6e1ok CD2AP, no-Bu-
JIMMOMY, HEOOXOAUM [JIsi HOPMaJIBHOTO (DYHKIIMOHUPO-
BaHUs [JIOMEPYJISIPHOTO (pUIbTpallMOHHOTO Oapbepa. Tak,
y CD2AP-neduiMTHBIX MbIlIeii Oblla OOHapyXeHa Ipo-
TeuHypusi. Mblu-HokayT no CD2AP norubanu B Teue-
HUE HECKOJIbKUX HeNesIb OT POXKIEHMsI, pa3BuBasi Hepo-
TUYECKUI CUHIPOM € MOP(OJOrMYECKUMU MPU3HAKAMU
MUHUMAJIbHBIX U3MEHEHUIA. YCTAaHOBJEHO, UTO MyTallusl
reHa CD2AP NpUBOAUT K Pa3BUTUIO TIPOTeHHYpUu [26].
J. Kim u coast. (2003), ob6cienoBaB 45 60ibHBIX C ¢GO-
KaJbHO-CErMEHTApPHBIM TJIOMEPYJI0CKIEPO30M, OOHApy-
SKWJIW, YTO 2 TallMeHTa OblIM TeTePO3UTOTHBIMU MO TeHYy
CD2AP. DTOT pe3yabrar MoKa3blBaeT, YTO axke reTepo3u-
rOTHAsi MyTalusl JaHHOTO reHa YBEJTMUMBAET PUCK PA3BU-
TUs 3abosieBaHusl noyek. [locnenyromuye uccaenoBaHus
nokazanu, uto CD2AP MoxeT 0OHapyKMBAThCSI B TECHOM
KOHTaKTe ¢ eieBoi nuacdparmoii [27]. Ipennonaraer-
cs1, yto nponykT reHa CD2AP GyHKIMOHUPYET KaK afarn-
Tep, KOTOPbIi MPUBSI3bIBAET pa3Hble MEMOPAHHbIE OCJIKH,
takue Kak CD2 u HedbpuH, K uutockeaety. CoBMecTHas
akcnpeccusi CD2AP v BHYTPUKIIETOYHOTO JOMEHa He-
¢dpuHa, Mo-BUAMMOMY, OTpaxaeT MX HU3NYECKOe B3au-
mozeiictBue. [locienyroiye 3KCIEPUMEHTHI, OIHAKO,
JaIM TIPOTUBOpEUMBbIe pe3ynbrathl [27]. UtanbsiHckue
yuyeHble Tpu oocienoBaHuu 80 MalueHToB CO CIopaau-
YeCcKUM (DOKaTbHO-CErMEHTaApHBIM TJIOMEPYJIOCKIEPO-
30M Yy 3 OOJIbHBIX BBISIBUJIM MYTallUK B FeT€PO3UTOTHOM
COCTOSIHUM, JBOE M3 HUX UMENU JIe0I0T HEDPOTUUECKO-
ro CUHIPOMA B JIETCKOM BO3pacTte. OTU MyTalMu ObUIU
CBsI3aHBI ¢ neheKTHBIM B3aumozaeiicteuem CD2-CD2AP
Ha T-numdbouurtax wiu c nogasieHueM CD2AP, sk-
crpeccuu HeppuHa 1 mogounHa [28].

3AKJTIOYEHUE

ITponeMOHCTpUPOBAaHHOE BbILLIE PA3HOOOpa3ue re-
HETUYECKUX HapyLIEHWH, 00yCIOBIMUBAIOLIMX PA3BUTHE
MOAABJISIIOLIETO CIEKTPA XPOHUUECKUX OO0JIe3HEN MOYeK
B JIETCKOM BO3pacTe, B TOM 4UCJIe MPUBOASUIMX K Tep-
MUHAJbHOW TTOYEYHON HENOCTAaTOYHOCTHU, ONpPEAENISIeT
BEKTOpP Pa3BUTHUSI COBPEMEHHON HEeTCKON HedhpoJoruu.
MosnexkyasipHO-TeHeTUYEeCKoe O00ceoBaHUE  TOJIKHO
BXOIUTh B KOMIUIEKC KJIMHUKO-1a00PaTOPHBIX UCCIENO0-
BaHUIi y ieTel ¢ XPOHUUYECKUMU 3a00JIeBAHUSIMU MMOYEK
JUISl paHHEN TMarHOCTUMKU MAaTOJOTUM U BbIPAOOTKU Hau-
OoJiee aieKBaTHOM Tepanuu.
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