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IIaTonorust opraHoB MOY€BOii cucTeMsl y AeTeii ¢ Aud epeHnnpoBanHoii hopmoii TMCIIIA3UK COETMHUTEIBHON TKAHU HE0CTATOYHO
usyyena. MimMeronmecs cBeieHns KpaiiHe CKy/IHbI, NPEICTABJIEHBI B OCHOBHOM MUHHMAJIbHBIM MOYEBbIM CHHIPOMOM B BHJI€ OPTOCTA-
THYECKOIi IPOTEHHYPUH, MUKPOTeMATYPHH, META00IHYECKMMH HAPYIIEHUSIMH, CTPYKTYPHbIMH (HedpoNnTO3) M COCYAMCTHIMH AHOMA -
Jmsivu (anespu3mbl). Hemuddepenmmposannas nuciia3usi CoeTMHATENIbHOI TKAHU SBJISIETCS AKTHBHO N3y4aeMOii 0Te4eCTBEHHbIMHI
uccienoBarensiMu narojorueii. [loJmopranHoCTh MOPazKeHs NPUBJIEKAET BHUMAHKE BPayeil MHOTMX CNIENUAIBHOCTEN, B TOM YHCIIe
Hedposoros. IlaTonorust opranoB MoY€eBOil CHCTEMBbI B BUIe penauBUpyIomeil HHGeKuMu MoYeBbIX NMyTeil, AaHOMAJIMIA Pa3BUTHS
MOYEK M YaLIeYHO- JIOXAHOYHOI CHCTEMbI, MATOJIOTHSI MOYEBOTro My3bIps, TsuKebIx BapuanToB CAKUT cunapoma yacTo conpoBo-
JKIAI0TCS MPOSIBJICHUSMH JUCIUIA3UM COeJMHUTEIbHOM TKaHU. Ps10M aBTOPOB BblesieHbl MapKepbl MOPaXKeHUs COeTMHUTETbHON
TKaHH (MATPUKCHbIE METAJUIONPOTENHA3bI, TKAHEBbIe HHTHOUTOPbI METAJLIONPOTENHA3, TpaHchopmupywomero dakTopa pocrta-f
M JIp.) VIS OLIEHKH CKJIEPO3UPYIONIMX NMPOLECCOoB B nMovKax. MIMeroTcs eMHnyHbie padoThl 0 M3YYEHHIO JAHHBIX MAPKEPOB NMPU CHH-
npomMe AJIbIOPTa, AyTOCOMHO-0OMMHAHTHOM MOJMKUCTO3HOI 00J1e3HM NOYEK, B TO BpeMs KakK npH AuddepeHnupoBaHHbIX hopmax
mucniasuu (cunapomsl Diepca—Jlanno, Mapdana) TaKMX JAHHBIX HET.

Karoueswte caoea: demu, ducnaasus coeOuHUmMenbHoOU MKAHU, 8POACOeHHbIE AHOMAAUU NOYEK U MOHe8020 MpaKkma, CUHOPOM Anbnop-
ma, cunopom Iaepca— Jlauno, cunopom Mapgana, mampukcHble Memarionpomeurasbl, MpaHchopmupyrouuii akmop pocma-p.

Urinary system diseases in children with differentiated connective tissue dysplasia have not been adequately investigated and the
available information is extremely scarce. The diseases represent mainly minimal change disease as orthostatic proteinuria, mi-
croscopic hematuria, metabolic disturbances, structural (nephroptosis) and vascular abnormalities (aneurysms). Undifferentiated
connective tissue dysplasia is an abnormality that is being actively explored by Russian investigators. Multiple organ dysfunctions
attract the attention of physicians in many specialties, including nephrologists. Urinary system diseases as recurrent urinary tract
infections, renal and calicopelvic malformations, bladder diseases, and severe congenital anomalies of the kidney and urinary
tract (CAKUT) are often accompanied by the manifestations of connective tissue dysplasia. A number of authors have identified
connective tissue disease markers (matrix metalloproteinases, tissue inhibitors of matrix metalloproteinases, transforming growth
factor-p etc.) to evaluate sclerotic processes in the kidneys. There are single studies of these markers in Alport syndrome or au-
tosomal dominant polycystic kidney disease while such data on the differentiated types of dysplasia (Ehlers-Danlos syndrome,
Marfan’s syndrome) are unavailable.

Key words: children, connective tissue dysplasia, congenital anomalies of the kidney and urinary tract, Alport syndrome, Ehlers-Danlos
syndrome, Marfan’s syndrome, matrix metalloproteinases, transforming growth factor-f3.

Hoz[ NUCTIIa3uell COeNMHUTEbHOW TKaHU Toapa-
3yMeBaeTCsl TeTeporeHHasi TrpyIna 3abosieBaHU
MOJTUTEHHO-MYJBTU(AKTOPHOM  TPHUPOABI,  OO0beau-
HEHHBIX B (heHOTUITHI Ha OCHOBE OOIIHOCTU BHEITHUX
1/WV BUCUEPATBHBIX MPU3HAKOB. TepMUH <«IUCILIA3US
CcoenuHUTENbHON TKaHu» BBeneH P. Beighton B 1988 .
B Poccuiickoii Denepatin oH ObLT Tpu3HaH B 1990 1.
Ha kKoHpepeH1un B Omcke. [lepBble HallMOHAJIBHBIE pe-
KoMeHaanuu «HacaencTBeHHbIe HapyIIeHUsS COEIUHU-
TeJbHOU TKaHW» ObLIM yTBepXIeHbl 1 u3nansl B 2009 1.,
nepecmoTpeHbl B 2012 1 2014 1. [1].
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JATp, aCIIMPAHT OTAEIa HACJICACTBEHHbBIX U HpMOﬁpeTeHHbIX 00J1e3Hel MoYeKk
Hay'-IHO—I/ICCIlCZlOBaTCI[bCKOFO KIIMHUYECKOTO MHCTUTYTA NEAUATPUU M. aKald.
10.E. Bensruiesa PHUMY um. H.U. TTuporosa

125412 Mockaa, yi. Tangomckas, 1. 2

B ocHoBe opMUpoBaHUS YKa3aHHBIX HapyIIeHWI
JIEXKUT cOYeTaHHOEe NEWCTBHME IBYX BEAYIIUX (PaKTOPOB:
TeHETUYECKOM TIPeapacioioXKeHHOCTH, 00YCIIOBICHHOM
CYMMUPYIOIIUM BIUSHUEM (PYHKIMOHAIBHBIX TTOJTHU-
MOpGHBIX ajuiesieil 0OJIbIIOro YMcia TeHOB, U TTPOBOLIM-
PYIOIIMM AEHCTBUEM pa3IWIHBIX BHEIIHUX (DaKTOPOB.
YYuThIBasl MOJMOPTaHHOCTb U MOJUCUCTEMHOCTD MOpa-
JKEHUST TIPU TUCTUTa3UN COSIUHUTETbHONW TKAaHW, MOXKHO
MPEATIONIOXNUTh, UTO YUCJIO TeHOB-KaHANIATOB TIPU 3TOM
TPEBBICUT HECKOJILKO COTeH [1].

CocTaB KOMITOHEHTOB BHEKJIETOUHOTO MaTPUKCA CIeLN-
(uueH B Kaxkaoi TKaHW. Bce KOMITOHEHTBI BHEKJIETOYHOTO
MaTpUKCca pa3aessiioT Ha IBe OOJTBbIIINE TPYIITBI: 00pasyolme
BOJIOKHA (KOJUTAareH M 371aCTUH) U He (DOPMUPYIOIIUE BOJIO-
KOH (MpOTEOIIMKAHbI U TIMKOMpOTenHbI) [2]. B HacTosiiee
BpeMsI U3BECTHO 29 TUTIOB KOJIIareHos [ 3].

CoenuHuUTeNbHAas TKaHb OPraHOB MOYEBOW CHCTe-
MBI cofepKuT BojokHa kosutareros I, 111, V — VII, XVI,
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XVIII TunoB, a Takke TpaHCMeMOpaHHBI KoJiIareH
XVII tuna [4]. [TToMepynspHas 6a3anbHast MeMOpaHa co-
CTOUT M3 YEThIPEX OCHOBHBIX MaKPOMOJIEKYJI: KOJIJTareHa
IV tuma, namuHnHa, HUOOTeHa M rermapaHcyiabdara [4].
Komnnaren 1V Tumna siBisiercsi OCHOBHBIM KOMITOHEHTOM
JIOMepYJISIpHO# 0a3aJIbHO MeMOpaHbI, 0a3aIbHBIX MEM-
OpaH rj1a3a 1 yJIMTKH [5].

JIaMUHWHBI o, B, ¥ Y, IPUCYTCTBYIOT B 3pEJIOM TIIOMe-
pyasipHOI 6a3anbHOI MemOpaHe [6]. B 2012 1. B riiome-
pyJIsipHOIT Oa3abHOI MeMOpaHe ObUT NIeHTU(DUIIMPOBAH
TpaHcMeMOpaHHBIN KosmareH XVII Ttuma, HemoctraTok
KOTOPOTO BBI3BIBAET CAMSIHME HOXKEK TTOAOIIMTOB Ha TJ10-
MepyJisipHOli  OazanbHOii MeMOpaHe [7]. HwupmoreHsr
1-ro 1 2-TO TUIIOB CBSI3bIBAIOTCS ¢ KoJutareHom IV tuna
U JIJAMUHUHOM, y4acTBys B (hOPMHUPOBAHMM Oa3abHOM
MeMOpaHbl [8]. ArpuH TIpeacTaBisieT co00if OCHOBHOI
MPOTEOTNIMKaH — TemnapaHCyabdaTr B TJIOMEpYJIsIpHOM
OazasibHON MeMOpaHe 370pOBBIX TOYEeK, B TO BpeMms
Kak TiepyieKaH SIBJISIETCSI paclpOCTpaHEHHBIM KOMITOHEH-
TOM Oa3aJIbHbIX MEMOpaH JAPYyrux opraHos [9].

TyOynsapHBIF MHTEPCTUIINI, KaK TIPaBUIO, COCTOUT
u3 koynareHa I, I11, V — VII u XV tunos, rmmkozaMmuHoO-
[JIMKAHOB, TJIMKOIMIPOTEWHOB U TrosincaxapuaoB. @uodpos
WHTEPCTULIUS SIBJISIETCS PE3yJbTaTOM Ype3MEepHOTo Ha-
KOTIJIEHUSI KOMIIOHEHTOB 3KCTPALEJUISUISIPHOTO MaTPUK-
ca: koyareros I, II1, V, VI Tumnos, ruamypoHoBoii Kuc-
JI0ThI, Bepcukana [10, 11].

MarpuKcHbIE METAJIJIONPOTeMHA3bl YYaCTBYIOT B pe-
MOJIETMPOBAHUN COEIMHUTENIbHON TKaHU. YCTaHOBJIEHA
KOppeJsSiuusl MexXay u3MeHeHreM OajlaHca TTPOTeOUTH-
YeCcKOW aKTMBHOCTM MAaTPUKCHBIX METaJLIONpOTenHA3
W aKTUBHOCTHM TKAHEBBIX WMHTMOUTOPOB METAJIONPO-
TerMHa3 ¥ HAaKOIUIEHHWEM BHEKJIETOYHOTO MaTpukca [12].
B nocnenHue roabl 3HaUMTEIbHOE BHUMAHUE YIAESIETCS
MaTPUKCHBIM METAJLJIONPOTEMHA3aM KaK ChIBOPOTOYHBIM
MapkepaMm ¢uodpo3a [13].

NMMyHOTUCTOXUMHWYECKUMU WUCCeN0BaHUSIMU
MOJATBEPXKIeHA BKCIIpeccusl IIMPOKOro CreKkTpa Ma-
TPUKCHBIX MeTayutonporenHas (-1, —2, —3, =9, —13,
—14, =24, =25, =27, —28) u uX TKaHEBbIX WHTUOU-
TopoB (-1, —2, —3) B MoOYeYHOIN TKaHU 3I0POBBIX JIIO-
nmeit [14, 15]. MaTpuKcHBIE METaJIONPOTENHA3bl U MX
WHTUOUTOPBI SKCIPECCUPYIOTCS B Pa3HbIX CTPYKTypax
MOYKW: MaTPUKCHBIE MeTajuionporeuHasbl —2, —3, —9
BBISIBJISTIOTCSI HA TIPOTSIKEHUU Beero HedpoHa (B Kiryoou-
Ke, B MPOKCUMAaJIbHbBIX U AUCTAJbHBIX KaHAIbIIAX, METIIe
Ienne, cobupaTenbHBIX TPyOOUKax), MATPUKCHbBIC MeETal-
JoriporenHasbl —13, —14 1 TKaHeBble MHTMOUTOPHI Ma-
TPUKCHBIX METaJUIONpPOTeuH3 —1, —2 — B KiyOOouKax; ma-
TPUKCHasl MeTa/UIONIpOTenHa3a —24 — B KaHaJbIlaX MOYeK.
IMoaTeepxkaeHa BO3MOXKHOCTb OLIEHKM BOCHAJIUTEIbHBIX
1 (GUOPO3HBIX U3MEHEHUI B TIOYKE Y OOJBHBIX C XPOHM-
YeCKUM TJIOMepYIoHe(pUTOM, TradeTuueckoi Hedpora-
THUEH, CUHIPOMOM AJIBIIOpTa, ayTOCOMHO-IOMUHAHTHOM
TMOJIMKMCTO3HOM 00JIE3HBIO C TOMOIIIBIO N3YUYEHUST CUCTE-
MBI MAaTPUKCHBIX METAJJIONPOTENHA3 U UX WHTMOUTOPOB
B MOYe, B YAaCTHOCTM, MATPUKCHBIX METaJJIONpPOTENHA3

OB30PbI JINTEPATYPbI

—2, —3, —9, TKaHeBBIX MHTMOUTOPOB MAaTPUKCHBIX METaJI-
JIonpoTenHas-1, —2, MHTMOMTOpa aKTUBATOPa TUIAa3MUHO-
reda I-ro tuna [16—18]. Tpancdopmupymoiiuii dakrop
pocTa B, TPU3HAH KIIIOYEBBIM MEAMATOPOM B MaTOTEHE3E
¢ubdpo3sa mouek [19], moBBIIIEeHHAsT SKCKPELMS C MOYOI
KOTOPOTO OMNpeAeNsieTcs y AeTeii ¢ My3bIpHO-MOYETOYHM -
KOBBIM pedIIiokcoM, pedmioKkc-HedponaTreil, XpoHude-
CcKUM riiomepysioHedputom [20].

JlaHHBIE O PACIPOCTPAHEHHOCTU TUCITIA3MU COEIH-
HUTEJbHOM TKaHW pa3HopedyuBH: oT 13 mo 65—85,4%
cpeau JUIL MOJIONOTo Bo3pacta. Takoi pa3dpoc naH-
HBIX OOYCJIOBJIEH PAa3MYHBIMU KJIACCU(DUKAIIMOHHBIMU
U AMarHoCcTUYecCKuMu roaxonamu [1, 21, 22].

JIVCTUTIa31Io COeMMHUTENTLHOM TKAHU Pa3esIsiioT Ha Ha-
CJIeICTBEHHBIE HAPYIIEHUsI COEAMHUTETBHON TKaHU U TNC-
miactuaeckre (peHoTunbl. HaciencTBeHHBbIE HapyIIeHUST
COCIVHUTEIPHON TKaHW (CMHOHUMBL: HAaCJeICTBEHHBIE
3a00JIeBaHMsI COETMHUTEIBHOI TKaHW; paHee B Poccum —
nrdbepeHIMPOBaHHbBIE TUCTUTA3UK COSTMHUTETLHOM TKa-
HM, CUHAPOMAJTbHBIE IUCITIA3UU COSAMHUTETBHON TKaHM)
XapaKTEePU3YIOTCST Y€TKO OYePUSHHOM KITMHUUECKOM KapTh-
HOM, YCTAHOBJICHHBIM THTIOM HacJIeAOBaHUSI, a BO MHOTHMX
ciTydasix — BepU(UIIMPOBAHHBIM MOJIEKYJISIPHO-TEHETUYIe-
CKUM JuarHo3oM. HaciencTBeHHBbIE HapyIIeHWS COEIU-
HUTENTbHON TKAHMU C JIOKAJTM30BAHHBIM JIe(heKTOM MMEIOT
mmdp B Online Mendelian Inheritance in Man. Ha ceronns
CYIIECTBYIOT 7 HO30JIOTUUECKUX (POPM HACIEICTBEHHBIX
HapylIeHUI COeAMHUTETBHON TKAHU, JUIST KOTOPBIX COTJIa-
COBaHbI MEXIYHAPOIHBIE KPUTEPUN TUATHOCTUKH:

* cuHapoMm MapdaHa;

* cuHapoMm Diepca—/laHiio;

*  CUHAPOM TUTIEPMOOMIBLHOCTH CYCTaBOB;
*  HECOBEpIIEeHHBIN OCTEOTeHE3;

* TIpoJIaTic MUTPAJILHOTO KJIaTlaHa;

* CceMeWHBbIl cuHIpoM MaphaHOUTHOM

(panee cuHapoM Mapdana tur 2);

* MASS-cuHIpom.

B MKB-10 k knaccy XVII (BpoxxaeHHbIE aHOMaJINU
U TIOPOKM) OTHECEHBI TOJBKO 5 HO30JOTUYECKUX (POopM
HAaCJIe/ICTBEHHBIX HapyIIeHUH COeAWHUTEIbHON TKaHMW:
cuaapom Dnepca—Manno (Q79.6), cunapom Mapdana
(Q87.4), necosepieHHbI octeoreHes (Q78.0), cuHapOM
runepMoousibHoCTU cyctaBoB (M35.7) u mpoaarnc Mu-
TpasibHoOTO KjanaHa (I134.1). B HacTosiiee Bpemst onuca-
Ho Oosee 250 HapylIeHUI COEAMHUTENIBHON TKaHU, 00-
YCJIOBJIEHHBIX MYTallUsIMU B TeHAX KOJIJIATE€HOB M OEJTKOB
BHEKJIETOUHOTO MaTpuKca [1].

Cunapom Bnepca—/laHmo mpencraBisieT coOoil Te-
TEPOTEHHYIO TPYITITy HACJIEACTBEHHBIX COSIUHHUTEITHHO-
TKaHHBIX 3200JIeBaHUI, 00 BEIMHEHHBIX HA OCHOBE OOIINX
KIMHUYECKUX TIPU3HAKOB: TUMEPMOOUIBHOCTh CyCTa-
BOB, TIOBBIIIEHHAs! PACTSIKUMOCTD KOXKH, HapyllIeHHe
pa3BUTHUST CKeJleTa, CepAeYHO-COCYINCThbIe W3MEHEHMS
U Jpyrasi CUMIITOMaTHKa, OOYCJIOBJIEHHAs IUCIUIa3uei
COEIMHUTETBHOM TKaHU. JJaHHBIE 0 YacTOTe BCTpeYaeMo-
CTM CUHIpOMa 3HAYUTEIHLHO BapbupyloT — oT 1:100 000
mo 1:10 000 [1, 23, 24]. CorytacHo mocieaHel Kiaccudu-
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KpbleaHOS(l T.A. u coagm. OcobeHHOCTH 3a00JIeBaH I OpraHoB MOYEBOVi CUCTEMBI y NIETEH C MUCTLIA3USIMUA COEAUHUTEIbHOW TKAaH!

KalMU BBIAEJISIIOT 6 TUIIOB cUHApoMa Ojepca—JlaHio:
KJIaCCUYECKUI, TUIEePMOOMIIbHBIN, BaCKYJISIpHBINA, KH-
(oCcKOMMOTHYECKHI, apTpoxXala3usli M JIepMaTONpaKCuC.
ITo cBemeHUsIM TUTEPATYPhI, Y OOJTBHBIX C 3TUM CUHIPO-
MOM OTMeYeHa CJIeyIoIIast TTaToJIOTHsI CO CTOPOHBI Opra-
HOB MOYEBOM CUCTEMBI: TUBEPTUKYJIbI MOYEBOTO ITy3bIPSI,
HepEeIKO PEUUANBUPYIOIINE TOCIe XUPYPTUIeCKOTo Jie-
yeHus (OMUCcaHbl y JIUIL My>KCKOTO ToJia B Bo3pacte ot 18
Mec 10 49 JIeT nMpu KIacCu4ecKoM, TMIepMOOMIBHOM, K-
(bOCKOJTMOTUYECKOM M COCYAMCTOM THIIaX), He(hpONnTo3,
opTocTaTuyeckasi TpOTEeMHYpUsl, MUKporemarypusi [25];
OIKCaH clyyail CoOYeTaHHOI TMaToJOTuu — HepoHODPTU3
u cuHapoM Dnepca—daHio y 16-eTHero mauyeHTa [26].

ITpu cocynucrom tune cuHapoma Diepca—laHio Bo3-
MOXHO pa3BUTHE aHEBPU3M COCYIOB MoveK. B murepartype
PSIIOM aBTOPOB OIMMCAHBI CJyJau pa3pbiBa aHEBPU3M ITO-
YEYHBIX apTepuil, MpuBoOasIIMe K MH(MAPKTY 1ovek [27].

Jpyrum nipumepom nuddepeHIIMPpOBaHHON TUCTIIA-
3U1 COEAMHUTETLHOM TKaHU SIBJISIETCS CMHIpOM Mapda-
Ha, B OCHOBe KOTOporo B 95% cnyJaeB JiexkaT MyTalluu
B reHe Oenka ¢puodpumimHa 1-ro tuna (FBN1), pacriosno-
JKEHHOTO Ha JUIMHHOM Tuieue XxpoMocombl 15 (15qg21.1).
[1, 28]. DTO 3abosieBaHME BCTpEYaeTCsS] C YaCTOTOM
1:5000 — 1:15 000, 6e3 pacoBoif 1 ITOJIOBOI JeTePMUHU-
poBaHHOCTH [1].

JlmarHocTuka cuHapoma MapdaHa  ocHoBaHa
Ha lenTckux kpurepusix (2010). [Tpu cunnpome Mapda-
Ha OMHCAHbI KUCTHI MOYEK (CYIIECTBYIOT MyOIMKAIIUH,
B KOTOPBIX COOOINAETCSI O COYeTaHWM CHHApoMa Map-
¢daHa c ayTOCOMHO-TOMMHAHTHOW MOJMKUCTO3HON 00-
JIE3HBIO TTOYEK), MeyJJIsSIpHast TyouaTast Imoyka, BO3BpaT-
HBI HepOIUTHA3, TIPOTEUHYPUST U MUKpPOTeMaTypus.
Mopdonornyeckast KapTuHa B HeppooronTaTe 60JbHBIX
¢ MHUKporeMaTypueil 1 TpOTeMHYypHeil COOTBETCTBOBAIA
Me3aHTHAIbHON TIpoaudepalii ¢ paHHUMU TTpU3HaKa-
MM CKJIepo3a, C JereHepaTUBHBIMU W3MEHEHMSIMHU ap-
tepuoa [29]. OnucaHo coueraHue cuHapoma Mapda-
Ha ¢ (HOKaIbHO-CErMEHTApHBIM TJIOMEPYIOCKIEPO30M
[30], HenmomubM cuHapom Dankonu [31]. [Mpu cuHapo-
Me MapdaHa BBICOK PMCK BHE3aITHON CMEPTU B CBA3U
¢ paccioenneM aopthl [32]. IlaumeHTH ¢ CMHIPOMOM
MapdaHa MOTYT pa3BUTb TEPMUHATBHYIO TTOUEYHYIO He-
JIOCTAaTOYHOCTh M3-3a MACCUBHOI KPOBOTIOTEPU M BBIpa-
SKEHHOTO MIIEMUYECKOTO MOpaXkeH!sl TTOYeK BCIICACTBUE
pa3pbIBa aHEBPU3M OPIOITHON a0PTHI U €€ BETBEH (B YacT-
HOCTH, TTOYEUHBIX apTepUil) /WIIK OTiepainii Ha HUX.

B nutepaType HET JaHHBIX O MMATOreHETUYECKOM POJTH
MeTaJTONPOTeNHA3 U MHTUOUTOPOB MAaTPUKCHBIX METa-
JIOTIPOTENHA3 MpU cUHApoMmax Diepca—Jlanmo m Map-
(aHa, kpaifHe HEMHOTOYUCIEHHBI PaOOTHI IO U3YIEHUIO
XapakTepa HapylIeHWI1 OpraHOB MOYEBOI CUCTEMBI Y Tia-
LIMEHTOB C TAHHBIMU HO30JIOTHSIMH.

CunapoM AnbropTa, SIBJISIIOIIMIACS TIpUMeEpPoM aud-
(bepeHIMPOBAHHOM ITUCTUTA3UN COCAMHUTETLHON TKaHU
MOYeK, MPEACTABISIET COOOI TITOMEPYJIONATHIO, B OCHOBE
KOTOpO# JIEKUT MyTalusl TeHOB KojutareHa IV Tuma —
reHa COL4AS5, pacronoxxeHHOro Ha Xxpomocome Xq22,

COL4A4 nu COL4A3, pacmnoyiokeHHBIX Ha XpOMOCOME
2q36. 3aboeBaHNe KIMHUYECKH TTPOSIBIISIETCS TOPITHI -
HOW TreMaTypuei, y 4acTW MalMeHTOB — HapacTarolen
MPOTEeHYpUE, MEIJEHHO MPOrPEeCCUPYIOINM CHUKE-
HUEM TIOUEYHBIX (DYHKIIMN U HEPEeaKo CEHCOHEBPAJb-
HOW TYroyXxoCThblO M TOpaxkeHueM opraHa 3peHus [33].
PacnipoctpaneHHocTh cuHApoMa coctasisier 1 Ha 5000—
10 000 nacenenus [34]. I1pu 3ab6oneBaHNN OTMEYAIOTCS
VIIBTPACTPYKTYpHBIE WM3MEHEHUsI TJIOMEepYIsipHON Oa-
3aJIbHOI MeMOpaHBl B BUAE €€ WCTOHUEHWS, YTOJIIIE-
HUSI, PAaCCIIOCHUSI, MOXET HaOTIONAaThCs CIUSTHUE HOXKEK
MOJOLIMTOB B O0JIACTM TIOBPEXIECHUI TJIOMEpYJISIpHOM
GazanbHOI MeMOpaHbI [35]. Mopdoornuyecku rmpu cBe-
TOONTUYECKOM HCCIENOBAHMU MOTYT WMMEThb MECTO
cKJIepo3upyollue mpoiiecchl (Janie HoKaibHO-CErMeH-
TapHbI TJIOMEPYJI0CKIepO3, HePPOCKIepO3) U ME3aHTU-
ajibHast TIpoJudeparust, XapakKTepHO HaJIMUKE TTEHUCTBIX
KJIETOK B MHTepCTULINH [36].

O ponu MeTayuToNpOTerHAa3 W MHTUOUTOPOB MeETajl-
JIOTIpOTEWHA3 TPHM CUHAPOME AJBIIOpTa B JIUTEpaTy-
pe MMEIOTCSl €NMHUYHBbIE COOOIEHUsI. YCTaHOBJEHO,
YTO y AEeTeil ¢ CUHAPOMOM AJIBIIOPTa YPOBEHb MaTPUKC-
HBIX METAJUTONPOTeNHA3-2,-3, THTMOUTOPa MAaTPUKCHBIX
MeTaJUTONpPOTeNHa3-2, WHTMOWTOpa aKTUBaToOpa TuIa3-
MHUHOTeHa [-To TuIa B KPOBU W YPOBEHb MATPUKCHBIX
metaonpoTtenHas-3/Cr, —9/Cr u TKaHEeBOro MHTUOM-
TOpa MAaTPMKCHOW MeTtajutonporenHasbli-1/Cr B Moue
ObIJT JTOCTOBEPHO BHIIIIE IO CPABHEHMIO ¢ KOHTPOJILHOIM
Ipynmoil. YpoBeHb TKaHEBOrO WHTUOWUTOpAa MaTpUKC-
HOHl MeTayonpoTenHasbl-1/Cr Moun y nereit ¢ Gosee
BBIDAXXEHHON CyTOYHO#N mpoterHypuei (> 30 Mr/kr)
JIOCTOBEPHO BBIIIIE U TIPSIMO KOPPETUPYET C CYTOUHOI
rmoTepeit 6efka He3aBUCUMO OT HaJW4Us TPOTrPeCcCUpO-
BaHUs. Y JeTeil C MPOTrpecCUpyIoNIMM TeUeHUEM CHH-
JIpoMa AJIBIIOpPTA BBISIBIIEHBI TIPSIMbIE KOPPEISLIMOHHBIE
B3aMMOCBSI3W MEXIY CYTOYHON TPOTEMHYpHUEN U ypOB-
HeM MaTpUKCHOM MeTayutonpoTenHasbl-2/Cr 1 TKaHEBO-
ro MHTMOMTOpPAa MATPUKCHOM MeTajonporenHasbi-1/Cr
B MOYe, MEXIy YPOBHEM KpeaTMHWHA KPOBU U MaTPUKC-
HOI MEeTaIJIONPOTeNHAa3bl-1 B KPOBU U MATPUKCHOM Me-
TajutonporerHasbl 10 B KpoBH, a B IPYIINE ¢ HEMpOrpec-
CHUPYIOIINM CHUHAPOMOM AJIBIIOpTa — OOpaTHBIE MEXIY
YPOBHEM MaTPUKCHOM MeTaJUTONMpoTenHasbl-2/Cr B Mo4e
W CYTOUYHOW MPOTEMHYpUEH U CKOPOCTHIO KIyOOUKOBO
¢dunsrpanum [17].

HMucrmactnyecke (eHOTUITbI, B OTJIWYME OT Ha-
CJICICTBEHHBIX CUHIPOMOB, XapaKTepu3yloTcsi OoJee
IoOpOKayeCTBEeHHBIM TeueHueM. K Hambosee pacmpo-
CTpaHEHHBIM TUCIUIACTUYECKUM (PEHOTUTIAaM OTHOCSITCS:
MASS-1on0o6HbIi  (DeHOTUIT, MOTPAaHUYHBINA TTpoJIarTc
MUTpAJbHOTO KiamaHa, MapgaHOWIHAs BHEIIHOCTD,
3JIEPCONOAO0HBIN  (heHOTUTI, NOOpOKaueCTBeHHAs TH-
MepMOOWILHOCTD CYCTaBOB, HeKJaccuUUUpyembiit de-
Hotum. JIucriasusi COeMMHUTENbHONM TKaHU B JTIETCKOM
BO3pacTe MPOSBISIETCS TPEUMYIIIECTBEHHO TPEMST OCHOB-
HbIMU (eHoTUTIaMu: Map(aHOMOI00HBIM, 3JIEPCOTIO-
JMOOHBIM 1 HeKJIaccuuIIMpoBaHHbIM| 1].
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ITo naHHBIM psiia aBTOPOB, CUHAPOM AUCIUIA3UU CO-
eIMHUTEILHONW TKaHU HaOtomaeTcsl osiee yeM y ToJjio-
BUHBI JIeTeli ¢ 3a00/1€eBaHUSIMU OPTaHOB MOUYEBOI CHUCTE-
Mbl [37]. B uenoM aucruiazusi COEAMHUTENbHONW TKaHU
4acToO acCOLIMUPYETCsl CO CJeaylollel MmaToJoruei Mo-
YEeBBIIETUTEILHONM CUCTEMBI: HEHPOTEHHOM TUCHYHKIIM -
el MOUeBOTO TTy3bIps, IHYPE30M, aHOMAJIUSIMU OPraHOB
MOYEBOI CHCTeMbl (TUMOTIA3UsI, POTalvsl, YIBOCHHE
MOYKHU, BPOKACHHASI aHOMAJIUSI TIOYEYHBIX COCY/IOB, TUC-
TOIUSI TTOYEK, YABOCHUE YallleYHO-JIOXaHOYHOI CUCTEMBbI
WJIX MOYEBBIBOASIINX TyTel, aHOMaJIUSI Pa3BUTUSI MO-
YETOUHUKOB, HE(POITO3, IMy3bIPHO-MOYETOUHUKOBBII
pedaoKe), TOJIMKHUCTO30M, AUBEPTUKYJIE30M MOUYEBOTO
Mmy3bIpsi, TUcMeTabonueckoit HedpponaTueii [1, 21, 22].
Kak npaBuiio, pu 4acTo petuanBUpyOIINX MUKPOOHO-
BOCTIAJTUTEIbHBIX 3a00JIEBAaHUSIX TTOYEK BBISIBIISIETCS BbI-
coKasl CTeTieHb BHEIIHUX W BUCLEPATbHBIX MPOSIBICHU
NUCTIIA3UM COCTUHUTEIbHON TKaHU, BPOXICHHBIE aHO-
MaJIMU Pa3BUTHS TTOYEK U MOUEBBIBOISIIIIUX MyTel, B TOM
yucie Tsekenble BapuaHTbl CAKUT cunapoma (Congeni-
tal Anomalies of the Kidney and Urinary Tract, BpoxneH-
HbIe aHOMAJIUM TTIOYEK M MOYEBBIX IyTeil), YTO HEPEIKO
MPUBOAUT K CHUXEHUIO (DYHKIIMU TIOUYEeK C pa3BUTHUEM
XPOHMYECKOU ITOYeyHO# HemocTtaTtouHoctw [38]. Ham-
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