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Pesiome. Y cmammi nasedenuii ananiz danux aimepamypu w000 uacmomu ma ocobaugocmeii nepebizy cnaoko-
8ux x6opob Hupok. 3a danumu BceceimHboi opearizauyii oxoporu 300pos s, yacmoma cnaokosux Xeopoo i anoma-
Al Hupok cmanogums 2,5—3 % y Hoeorapoodicerux, 6au3vko 1 % 61acH020 6KAa0y CMAHOBASIMY 2eHHI X80pOOU,
0,5 % — xpomocomui ma 6 cepeonvomy 1,5—2 % npunadae Ha yacmky 8po0NCeHUX 6a0 PO3GUMKY, 3YMOGACHUX
di€ro HecnpuAMAUBUX eK302eHHUX [ eHdoeeHHUX (akmopis. Y naw uac éidomo 6au3vko 50 eenemuuno demepmi-
HOBAHUX X60p00 HUPOK i cevosux wiasaxie. Jlnsa deskux eapianmie namonoeii (ducnaasis Hupok, mybysonamii,
HUPKOBUIL aminoido3) xapakmepHe (OpMyeanHs HUPKOBOI Hedocmamuocmi exce 8 oumsuomy eiui. Onucanuii
B8UNAJOK X60pOOU MOHKUX 0A3AAbHUX MEeMOPAaH (ceHemuuHo 0emepMiHOBAHA HEeiMYHHA 2A0MepYAOnamis, wo
sanexcums 6i0 mymauii eetie konaeery 1V muny COL4A4/COL4A3) y 9-piunoi oumunu. Kiiniunuii eunadok
A645€ IHmMepec 3 MOYKU 30py MaHigecmayii ma nepebicy Xe0poou, 0CKiAbKU HA MAL X60pOOU MOHKUX 0A3ANbHUX
MeMOPaH PO36UHYECA IMYHHUIL 2A0MepYAOHedpum i, MOJICAUBO, NPOBOKYIOUUM YUHHUKOM CMAAU 4acmi 20Cmpi
pecnipamopni ingpexuyii. Tenemuuni docaioncenns cimeil i3 NOJIOHUMU KAIHIMHUMU (heHOMUNamu noeuHHi 6ymu
npiopumemom 045 Hegponoeie.

KiouoBi cioBa: dimu; cnadkogi xéopobu ii anomanii po3eumky HUpoK,; KAiHiMHUI 6UNAOOK X60pPOOU MOHKUX

b6azanvHux memopan

3a pmaHuMu BcecBiTHBOI opradizallii  OXOpOHU
3J0pPOB’$sl, YacTOTa CMaAKOBUX XBOPOO i aHOMAaJIiii HU-
POK cTaHOBUTH 2,5—3 % y HOBOHAPOIXKECHUX, OJIM3b-
Ko 1 % BnacHOro BKJamy CTaHOBISITH T€HHi XBOPOOH,
0,5 % — XpoMOCOMHi Ta B cepeaHboMy 1,5—2 % npumna-
JIa€ Ha YaCTKY BPOJKEHUMX Ball PO3BUTKY, 3yMOBJIEHUX
TIE€F0 HEeCTIPUATINBUAX €K30TeHHUX i eHIOTeHHNX (DaK-
TopiB [1].

Y nHamt yac Bimomo 6;113pK0 50 TeHETUYHO eTepMi-
HOBAHUX XBOPOO HUPOK i ceuyoBux musixiB [2]. [1po ix-
Hilf TTaToreHe3 BimIOMO MaJo, i CIpobu KiracugikyBaTu
IIi 3aXBOPIOBAHHS 3aJIMIIAIOTh OaxkaTu Kpaiioro. Cro-
COBHO JIESIKMX XBOpOO IIle TPUBAE AUCKYCisl, a OKpeMi
MUTaHHS 00TOBOPIOIOTHCS B iHINX posainax [4]. Maii-
ke y 10 % ocib BigzHayaloThCss aHOMaTil pO3BUTKY HU-
POK i CEUOBMX LILISAXiB. Y MOOAMHOKUX BUMAAKaX BOHU
HE MaloTh KJIiHIYHOTO 3HAYEHHS, B iHIIUX CTAHOBJISIThH

HeOe3meKy 11 300poB’st. 3arajaoM y 45 % niteii ix BBa-
XKalTh NPUYMHOK XPOHIYHOI HUPKOBOI HEAOCTATHOC-
Ti; HEPIIKO BOHU MAIOTh CHAAKOBUI XapakTep i MOen-
HYIOTbCSI 3 aHOMAaJiIMU PO3BUTKY iHIIUX OpraHiB [5].
ITporHo3 nmoripiiyeTbest yepes Te, 110 iX He BUSBISIOTH
B PaHHbOMY IUTUHCTBI.

YacTo aHOMasil PO3BUTKY HUPKU TOEIHYEThCS i3
MO3aHUPKOBUMHU BPOLKEHUMHU Aedekramu [6]. o Hux
HaJIeXXaTh Baay PO3BUTKY cepls (AedeKT MixKIITyHOY-
KOBOI Ieperopojkn), HEPBOBOI CUCTEMU (MEHIHTOMi-
€Jio11esie), MUTYHKOBO-KUIIIKOBOTO TPaKTy (3BYXKEHHS,
aTpesisi CTpaBOXOJy, TPaxXxeoCTPaBOXiJAHiI HOpMIIi, Bid-
CYTHICTh aHaJIbHOTO OTBOPY), ckeiera (medopmartis
XpeOTa, maibIliB, TPyOUACTUX KiCTOK, pebep), CTaTeBUX
opraHiB (OmMHOpPOTOBAa MaTkKa, BIiICYTHICTH MaTKOBOI
TpyOHU, BiICyTHiCTH abo rinoruiasis sgedok). Ha cro-
POHi BiICYTHbOI HUPKM MOXKE BiA3HAyaTUCI aHOMa-
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Jlist (popMM i po3TalllyBaHHS BYLIHMX PaKOBUH. €11Ha
HOPMaJIbHO (PYHKIIIOHYIOUA HUPKA ITiC/Is1 HApOIXKEHHS
JTUTUHU 301JbLIYETHCS B pO3Mipi BHACIZOK KOMIIEHCA~
TOPHOI rinepTpodii i Yepe3 KijibKa POKiB MOXe y 2 pa3u
TePEBUIIIUTH HOPMY.

Jlo crmajkoBMX XBOpOO, IO CYIPOBOIXYIOTHCS
CUMIITOMATUKOIO 3 00KY HUPOK, i BDOKEHUX aHOMaJTil
Hasexatsb [4—10]:

1. 3axBOprOBaHHST, OCHOBHUM TTPOSIBOM SIKUX € 3HU-
>KEHHST IIBUIKOCTI KJIIyOOUKOBOI (hijbTpailii, reMaro- i
MPOTEIHYPisl, TiNepTeH3is:

— CHUHAPOM AJbITOpTa (CIagKOBUIT HE(PUT i3 IIpH-
TJIyXyBaTiCTIO);

— noOposIKicHa ciMeiiHa remMaTypis;

— HedpoHODTU3 (KiCTO3HE 3aXBOPIOBAHHS, CiMeii-
HUI1 10BeHIbHUI He(PpOHODTHU3);

— IUTSIYUI (ABTOCOMHO-PELIECUBHUI) TUIT MOJTiKiC-
TO3y HUPOK i3 BOPITHOIO AUCILIA3I€IO;

— J0pOCIUi (AaBTOCOMHO-IOMiHAHTHMIA) TUIT MOJi-
KiCTO3y HUPOK;

— MpUPOIKEeHUIT HeDPOTUYHUN CUHAPOM ((hiH-
CbKUI TUIT);

— ciMeitHMi1 He(POTUYHUI CUHIPOM i3 MiHIMaJb-
HUMMU IIPOSIBAMU;

— nudy3HUI Me3aHTIAIbHUI CKJIepO3 Y AiTeil paH-
HBOTO BiKY;

— ciMeliHa HUPKOBO-PEeTUHAIBHA TUCTPOdisT;

— CiMEeMHHMI reMOoJIiITUKO-YPEeMIUYHUI CUHIPOM;

— CITaJKOBI TPOMOOIIMTOIIEHISI, TPUTTYXYBaTiCTh i
XBOp00Oa HUPOK.

2. 3aXBOpIOBaHHS, IPU SIKUX OCHOBHUI 1e(DEeKT MO-
JISITa€ B YIIKOMXKEHHI HUPKOBUX KaHAbIIIB:

— HUPKOBUI KaHAJbLEBUIA allU103;

— He(pOreHHU HELIYKPOBUIi AiabeT;

— MCeBAOTiMmonapaTupeos;

— HMPKOBA TIIIOKO3YPist;

— rinogocdareMiyHuii paxit (CiMedHUI BiTaMiH-
D-pesucteHTHUI paxit i3 rimogocdaTeMi€lro);

— imiormatnuHMil cuHapoM MaHKOHI 3 TUCHYHKIII-
€10 TIPOKCUMATbHUX KaHAJBIIIB;

— ciMeliHa TineprIiuHYypis;

— €CeHUiaJIbHA TIEHTO3YPis;

— xBopoba XapTHyIIa;

— cuHapom Jligaia (ceBaorine pajibI0CTEPOHI3M);

— TICEeBAOTINOAIbIOCTEPOHI3M;

— LUCTUHYPI.

3. XBopoOu, 1110 MOXKYTh 3yMOBUTU Ypaxk€HHSI HU-
DPOK:

— LIMCTUHO3;

— xBopoba Padpi (IedilluT LHepaMinTPUTeKCO3MIa3N);

— OKCaJos;

— Jinoguctpodis;

— ciMeliHa cepeJ3eMHOMOPChKA JTMXOMaHKa 3 aMi-
JIOIIO30M;

— xBopo0a BinbcoHa;

— TJIIKOTEHO3;

— rnojarpa;

— LyKpOBUM 1iabeT;

— TUPO3UHEMIS;

— TajJlaKTO3eMisl;

— KCaHTUHYDIs;

— CIaJIKOBa HEMEPEHOCUMICTh (PPYKTO3U;

— JeriapoKciageHiHypis.

4. CuHIpOMU:

— CHHAPOM KOTSIYOI'O OKa;

— cuHapom PyGiHmTeiina — Teli0i;

— cunnapom KokkeitHa;

— cuHapom JlopeHca — MyHa — bins;

— cuaapoM PaHKOHI 3 MHOKUHHUMY BPOIKEHUMUT
QHOMAJTiSIMU i aTlJIaCTUYHOIO aHEMIEIO;

— cuHapoM Jloy (oKysolepedpopeHaTbHII);

— cunapowm [i I'eopra;

— cunapom llenbBerepa (1iepedporenaropeHatb-
HUI);

— TyOepO3HUii CKIEPO3;

— cuHIpoM nail-patella (crmagkoBa oHiXxoocTeoauc-
1asis);

— CUHAPOM OpalibHO-(alliaIbHO-PYXOBUIA;

— cuHapoM Mexkkenst (au3eHuedalbHUR CrIaH-
XHOKiCTO3);

— aHoMaJIis ronoBHOro Mo3ky Jlenni — Yokepa;

— aBTocoMHa TpucoMis D i E;

— xBopoba l'innens — Jlingay;

— acdikcuyHa IUCTpodisd rpyaHOI KIITKU (Jeune);

— CHUHIpPOM ramMapTomu, HepoOIacToMarTosy;

— CUHIPOM (PETaJIbHOTO TiraHTU3MY Ta TiMOTIIKeMil;

— aslim@oIuIa3isi BUIOYKOBOI 3aJ103U;

— Hani3M Paccena — CinbBepa;

— cunapom beksita — BinemaHna;

— cunapom Enepca — Janmoca;

— cunapom KokkeiiHa;

— cunapom Prune — Belly;

— JIUCILIa3ig OpaxiopeHaabHa;

— CUHAPOM 11epeOpooKyI0(haCLIOCKETETHHIA;

— ciMeliHa AU3aBTOHOMisl.

5. 3MilaHi:

— ciMeiiHa ceyokaM’siHa XBOpoO0a 3 rinepKaibLiypi-
€10 abo 6e3 Hei;

— ciMmeliHult BiTaMiH-D-3anexHuii paxit (ropy-
IIEHHST HUPKOBOTO |-TiIPOKCMITIOBAHHST 25-0KCUXOJIe-
KaJbuudepony);

— cepronoaioHO-KJIiTUHHA aHEMid;

— TinepypuKeMisi, HIpKOBa HEJIOCTaTHICTh, aTaKCisl
1 TIyXxoTa;

— CITAJKOBUiI JIe(iuUT OJHOTO 3 KOMITOHEHTIB
koMmruiemeHTy (Clr, inridiropa Cls, C4, C7, C2) 3 rio-
MepyJaoHeDPUTOM.

6. CTpyKTypHi aHOMAaJIii pO3BUTKY i IyXJIMHU CEYO-
BUX IILISIXiB:

— Tinomniasis;

— N0JaTKOBa HUPKA;

— aHoMaJii (popMH i JJoKaiizalii HUPOK;

— 37UTT4 (MiAKOBOIOAIOHA HUPKA);

— IUCIUIa3isgd 3 yTBOPEHHSIM KicT ab0 6e3 HUX;

— KiCTO3HaA HUPKA,;

— HedpobiacTomMaTos;

— rinepHedpoma;

— capKoMa HUPKWU;

— OIHOCTOPOHHII rinpoHedpo3;

— BPOJIKEHUU METAJIOYpETED;
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— BPOIXEHi aHOMaJTil HUPOK i ByXa;

— ciMeliHa areHesis1 abo rinmoruiasist HUpKU (OIHO-
a00 TBOCTOPOHHSI);

— ciMeliHa JMCILIa3is HUPOK;

— €KTOITisl HUPOK;

— ciMeliHa IMCILIa3isi HUPOK i3 CIIMOTOl0;

— IUATSYMI (AaBTOCOMHO-PELIECUBHMIA) TUTI MOJTIKiC-
TO3Y HAPOK i3 YPOJIXKEHOIO AUCTUIA3IEIO;

— Iopociunii (aBTOCOMHO-IOMIHAHTHUIA) TUTI TTOJTi-
KiCTO3Yy HUPOK;

— cuaapom LEOPARD;

— remirinepTpodis 3 HehpoOIACTO30M 00 ITyXIIH-
Hoto BinbMca;

— HEOOCTPYKTMBHUI MiXypOBO-CEYOBIZHUI ped-
JIFOKC i3 pyOILI0OBaHHSIM HUPKMU;

— BPOXKEHi aHOMaJTil pO3BUTKY HUPOK i BYX;

— ciMeiiHa AucIIasisg HUPOK i3 pO3BUTKOM CJIIMOTH;

— CIIaJIKOBUI1 OCTE01i3 i3 HedpomnaTi€lo;

— VATER-cuMnTOMOKOMILIEKC;

— nceBaorepMadpoauTU3M;

— aHoMaJIii 30MpajibHOI CUCTEMU, CEYOBOTO Mixypa
i/abo ceuiBHUKA;

— rinpoHedpo3 BHACTINOK OOCTPYKIIil MUCKOBO-CE-
YOBIJTHOTO 3UJICHYBAHHS;

— rimpo- i Merayperep;

— MiXypOBO-CEUOBITHUI peTIOKC;

— ypeTepoliene;

— MOABOEHHS HUPKMU i 30MPpaJIbHOI CUCTEMU;

— 3MillleHHS MiClISl BIaJaHHS CEYOBO/IIB;

— ericrauis;

— rinocnanis;

— eKCTpo(ist ce4OBOIo MiXypa;

— 3a/Hiii K1anaH ypeTpu;

— iHILIi aHOMaJTil pO3BUTKY YpETpU.

CnaakoBi HedpomnaTii — 3aXBOPIOBaHHSI HUPOK,
MOB’s13aHi 3 MyTalli€l0 OMHOTO (MOHOTE€HHE CIaJKyBaH-
HsI) abo NeKiabKOX (TOJMireHHe ChaaKyBaHHsS) TEHiB.
He Bci cnagkoBi Hedpomnarii B KIIHIYHOMY pPO3yMiHHi
€ BpomkeHnMu. CriaakoBi Hedporarii MoXKHa YMOBHO
po3ainuTH Ha 3 TPYIU:

1. MOHOTE€HHO yCTIaAKOBaHi, MPU SKUX MPOSIB MyTa-
11ii reHa He 3aJIeXXUTh BiJ (haKTOPiB 30BHIIIIHLOTO Cepe-
noBulla. BB cepenoBullia MO3HAYAETHCS TUIBKM Ha
CTyIIeHI BUPaXXKEHOCTI CUMIITOMIB 3axBOploBaHHs. 1o
Li€1 rpyIy HAJIeXKaTh: CIIaJKOBUI HE(PPUT, BKITIOUAIOUU
CUHAPOM AJNbIIOPTA, Pi3Hi BapiaHTU HUPKOBUX TYOYJI0-
nariii (cunapom ®PaHkoHi, dochar-giader, nmepBUHHA
oKcatypis), ciagkKoBi aHOMaJIil opraHiB C€4OBOiI CUCTeE-
MU, MOJiKiCTO3Ha XBOPOOa.

2. CnagkoBi 3aXBOPIOBaHHS HUPOK, MPU TKUX MyTa-
1S 3aJUIIAETHCS €TiONOrUHUM (PaKTOpOM, OJHAK IJIs
MEHETPAHTHOCTI MAaTOJIOril HeOoOXinHI HECTIPUSITIANBI il
30BHILIHBOrO cepenoBuIA. JIo HUX MOXYTb OYTU BiHE-
CeHi Au3MeTabosiuHi Hedporarii, OB’ A3aHi 3 MaToJI0-
Ti€10 111aBJAeBO1 KUCJIOTH, MyPHUHiB, OOMiHY TPUIITO(hAHY
Tom1o. PO3BUBAIOTLCS BOHM TPU HETIPABWIHBHOMY Xap-
YyBaHHI, 00MEXXEHHI piTWHU, TIOBTOPHUX iH(EKIITHIX
3aXBOPIOBAHHSX, TOKCUYHMX, aJIEPTiYHUX BIUIMBAX.

3. 3axBOPIOBAHHS, ITPU IKUX €TiOJIOTIYHUMU (haKTO-
paMu € 30BHIIITHI BILIMBU (MiKpOOpPraHi3Mu, TOKCUHU),

ajie peastizallisi iX BIJIMBY BiZOYBa€TbCsl B iHAWBIAYYMiB
13 FeHETUUHOIO CXMIIbHICTIO. [ TToMepynoHedpuTy cim’i,
Jie € iMyHOIe(ilLIUTHI CTAaHU, MOXe OyTH PO3LIIHEHU SIK
MaTOJIOTis, 110 PO3BUBAETHCS 32 HASIBHOCTI CXMJIBHOCTI.

Oco06uBYy Ipyny 3aXBOPIOBaHb HUPOK CTAHOBJISITH
Hedpo- i ypornarii, 1110 pO3BUBAIOTHCS IIPU XPOMOCOM-
HUX XBOpoOax, MOB’I3aHUX i3 XPOMOCOMHOIO MyTalli€lo.
XpoOMOCOMHiI XBOpOOU, 3a3BMYaii, y CIafoK He nepeaa-
FOThCS i XapaKTePU3YIOThCSI MHOKMHHUMU BaJlaMy Pi3-
HUX OpPraHiB, Yy TOMY YMCJIi ce40BOi cucteMu. CriajkoBi
HedpomarTii He 3aBXIU MalOTh ciMeltHuit xapakrep. Lle
TOB’S13aHO 3 MOXJIMBICTIO TIEPBMHHOI MYTallil y JaHO-
ro iHguBimyyma. 3 TEHETUYHOI TOYKU 30pYy CIIAZKOBI
HedponaTii MOAISIOTECS Ha TPYITM 3aJIeSKHO Bill TUITY
rnepenaydi 3axBoproBaHHs. /1o aBTOCOMHO-IOMiHAHTHUX
HajeXaThb JOPOCIUI TUIT MOMiIKICTO3HOI XBOpOOU, AC-
TaJbHUN TUIT HUPKOBO-TYOYJISIPHOIO allua03y, CIIagKO-
Bi aHOMaJIii HUPOK. ABTOCOMHO-PELIECUBHUM LIJISIXOM
YCIAAKOBYIOThCS: AUTSUMIA TUIT TTOJIIKiCTO3HOI XBOPO-
6u, xBopoba ne Toni-Heope — DankoHi, HehpoOHOD-
™3 DaHKOoHI, PIHCHKUI TUI YPOIKEHOTO HePPOTHI-
HOro cuHapoMmy. Jlo cmankoBux Hedpomnartiii, mpu SIKUX
TeHHi MyTallii 3YeIieHi 3 X-XpOMOCOMOIO, BiTHOCSTHCS
cnagkoBuii Hepput, pocdar-aiader.

Jutst cmaakoBUX Hedpormariii, He3BaXkalouu Ha IXHil
HO30JIOTIYHU I TOTiMOPGhi3M, XapaKTEPHUH PSIT 3aralb-
HUX KJIiHiYHKUX 03HaK. [To-nepiie, HasiBHICTb OAHOTUII-
HUX 3aXBOPIOBAaHb y CiM’1, 1110 YiTKO MPOSIBISIETHCS TTPU
TIOPiBHSIHHI POJOBOLIB; MO-IpYyre, TPUBAINAN JIATCHT-
HU1 Tepebir, HepigKo 3 i30JIJbOBAHUM CEUYOBUM CHUH-
JIpOMOM, 11O YacTillle PO3LIHIOETHCS SIK OIHA 3 (OopM
JIATEHTHOTO TJIOMEepYJOHe(PUTY, SIKILIO € reMaTypisd i
MpOTEiHypisi, 00 JATEHTHOTO TiE€IOHe(PPUTY 3a HAsIB-
HOCTI JIKOLIMTYpii. XBOPUM 3i CIaJKOBUMU Hedpo-
naTisIMU BJIACTUMBI MHOXXMHHI 30BHIIlIHI Ta COMaTUYHi
CTUrMU Au3eMmOpioreHesy. HapeiTi, Big3HavYa€eTbCs
pPaHHE 3HWXEHHSI HUPKOBUX (byHKIIii, 3a3Buyait, 3a
TyOysipHUM TUIOM. JIJIs1 IesIKMX BapiaHTiB MaTOJIOTi1
(mucnazisga HUpoK, TyOyJomnaTii, HUpKOBUIA aMiioifo3)
xapakTepHe (hopMyBaHHSI HUPKOBOI HEJIOCTaTHOCTI BXe
B AUTSYOMY Billi.

Hamy yBary npuBepHysia XBOpo6a TOHKUX Oa3ayib-
HUX MeMOpaH. Y HOpMi TOBLIMHA 0a3aJbHUX MEMO-
paH KJIyOOUYKOBUX KAIUIAPIiB 3HAXOAUTHCI B MeXax
321 £ 56 M. Y xBopuX i3 XBOPOOOIO TOHKMX 0a3ajib-
HUX MeMOpaH BiJ3HAYaEThCSI BUpaKeHU TU3MopdizM
€PUTPOLIUTIB, IJISI TPOXOMKEHHS SIKHMX 4Yepe3 TOHKY
0aszajbHy MeMOpaHy HeoOXiTHa BeJIMYMHA MOP Y MeX-
ax 2,25 HM, npuyomy AepOpMOBaHUI ePUTPOLIUT HiOU
YIBUHYYETHCS B 6a3ajbHY MEMOpaHy.

ITin HamyM HarsiAoM nepedyBae 9-piyHa IUTUHA 3
JliarTHO30M «CiMeliHa JoOposiKicHa remMarypist». AHaM-
He3: XJIOMYUK BiJ APYroi BariTHOCTi, MEPIIUX IOJIOTIB,
HapoJauBCs B TepMiH i3 Macoto Tina 3200 r; oliHka 3a
IIKaJToto Atirap — 8 6airiB. BariTHiCTB i moJIoru BimOyBa-
Jics 6e3 MaToOTiYHUX BiIXWJIEHb 32 BUHSITKOM TOTO,
110 Y MaTepi BUCTABJICHO JiarHO3 CEUOKaM sTHOT XBOPO-
Ou. YIIPOJOBX MEePIINX I’ ITU POKIB KUTTS XJIOTTUUK Pic
i PO3BMBABCS BiMOBIAHO 0 BiKy. ¥ I’ ITUPIYHOMY Billi
Mic/isl MEPEeHECeHO0l TOCTPOI pecIipaToOpHOI BipyCHOT iH-
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exilii B 3araJilbHOMY aHaJIi3i ceui BUSBIEHO MiKporema-
TYpilo, 110 MEPCUCTYBaja Ta Pi3KO MiABUIIYyBaIaCs MiCas
nepeHeceHuX peciipaTopHux iHpekuiit. Yepes pik mic-
JIsl TOrO, KOJIU Brieplie OyJa BUsIBJIeHA MiKporeMarypis,
TiCJIsT YeproBoi 3aCTyau 3’ SIBUJIacs MACTO3HICTh IOBIK,
1110 IIBUAKO 3HUKJIA. Y Billi 8§ pOKiB MiCJs1 MepeHeceHo1
KaTapajabHOI aHTiHM 3’SBUJIACS MTACTO3HICTh MOBIK, 00-
JIngus i rominiok. B aHaisi ceui — remarypisi, 610K —
0,187 1/, 1m0 OyI0 PO3LiHEHO SIK YCKIIATHEHHS ITiCIIsI
MEPEeHECeHOI aHTiHU, BCTAHOBJIEHO MiarHO3 <«TOCTPUiA
MiCIISICTPENITOKOKOBUI TiIoMepyioHedpuT». [IpoBene-
HO JIiIKyBaHH$ BiINOBiIHO A0 NMPOTOKOJY 3 BAKOPUCTAH-
HSIM TIPEIHI30I0HY B 103i | MI/KT MacH Tijia, TOH3WJIEK-
ToMmito. JIMHamika 3axBOpIOBaHHsSI Oyla IO3UTHUBHOIO
(3HUKJIM TACTO3HICTh i MPOTEIHYPisl), OMHAK TeMaTypis
30epiranacs. Ilpu BinMmiHi mpeaHi30JIOHY cTaH IUTUHU
JIeILIO TOTipIIKUBCs. XJIOMUMK CTaB BTpayaTu Macy Tija,
BiuyBaB 3arajbHy ciaokicTb. [Tpu peTeabHOMY OrIsiai
Ta 3a pe3yJbTaTaMU JabopaTOPHO-iHCTPYMEHTAIbHOTO
JOCITiIXKEHHST 0yJI0 BUSIBJIEHO OKPEMi CTUTMMU TU3eMOpi-
oreHesy (1edbopMOBaHi BYIIIHi pAKOBUHU, TIJIOCKE Mepe-
Hiccd, TinepTeaopu3M, MpoJIarc MiTpaIbHOIO KJlanaHa,
rinoruiasist s€40K), apTepiajibHy rineptensito. Ilim yac
OIJISI/IiB BY3bKUX CIIELIATICTiB, Y TOMY YMCJIi CypAOJIOra,
MaToJIOTil He BUSBJIEHO, Y KPOBi — IMiABUIIIEHUI PiBEHb
LIUPKYTIOI0UNX IMyHHUX KOMILIEKCiB, (ibpuHOTEHY,
3HUKEHHSI PiBHS TeMOIJIOOIHY Ta €PUTPOLIMTIB; HIiKTY-
pist, y ceui — Makporemartypisi, 6iiok — 0,089 r/i; npu
YJIBTPa3ByKOBOMY IOCIIMKEHHI — OIu(y3Hi 3MiHA HUP-
KoBoi mapeHximMu. ITocTyrnmoBo HapocTaia poTeiHypid,
30epiranacs apTepiajabHa TrinepTeHsis. byno nposeaeHo
OioICil0 HUPOK, 3a pe3yJabTaTaMU SKOi BCTaHOBJIEHO
Me3aHTionpoidepatTuBHUil ToMepyiaoHedput. Ilpu
eJIEKTPOHHIl MiKpocKomii — audy3He BUTOHUEHHS
0azayIbHUX MeMOpaH, MOJOLUUTH i eHAOTETIOUTH Ha-
OpsIKJIi, BaKyoOJi30BaHi. Y MPOCBiTax KamiJspiB 3HaUYHa
KiJIbKICTh epUTPOLMTIB. JliarHo3: XxBopoba TOHKUX Oa-
3aJIbHUX MEMOpPaH.

XBOPOMY MPU3HAYEHO paMilpui y MOYATKOBIN 103i
2,5 MT OJIMH pa3 Ha 700y 3 TTOCTYMOBUM MiIBUIIICHHIM
nos3u ao 7,5 mr. Ha Tii 1iiei Teparmii uepe3 3 Micsiti mpo-
TeIHypid He BU3HAYaJacsd, MAaCTO3HICTh HAa 00JIMYYi Ta
rominkax 3HukIa. OmHAK TiMepTeH3isT Ta TeMarypis
yTpuMmyBanucs. JIikyBaHHsI OyJIO TTPOAOBXKEHO 11ie Ha 3
MicCsI1Ii, IMicJIsg Y0T0 HOpMaTi3yBaBCsl apTepiaIbHUIN TUCK
i XJIOMUuK OYB MepeBeleHUI Ha MiATPUMYBaAJIbHY A03Y
2,5 Mr/mo0y, oqHaK MikporemaTypisi 30epirauacsi.

OTxe, y IbOrO Malli€HTa Ha TJIi XBOPOOU TOHKUX
0azajJbHUX MEMOpaH PO3BUHYBCS iIMyHHU TJIOMEPYI0-
HedpuT, i, MOXKIJIMBO, MPOBOKYIOUUM YUHHUKOM CTaIU
YacTi rocTpi pecripaTopHi iH@eKIIii.

Ha crporoaHi xBopobOa TOHKHMX Oa3ajbHUX MeMO-
paH — TEHEeTUYHO JIeTepMiHOBaHA HEIMyHHa TJIOMepy-
JIOTATid, 110 3aJIeXUTh Bifl MyTallil reHiB KoyareHy IV
tuny COL4A4/COL4A3, sika pOSIBIIIETHCS] TeMaTypi-
€10 Ta HE MA€ CXWJIBLHOCTI A0 MPOrpeCcyBaHHSI, TOMY ii 111e
Ha3MWBalOTh CIMEHHOI0 JOOPOSIKICHOIO TeMaTypi€lo.

Y 3B’a3Ky 3 TUM, 110 XBOpoOa TOHKUX 0a3ajb-
HUX MeMOpaH ToB’s13aHa 3 MmyTamieto reHiB COL4A4/
COL4A3, naToreHe3 3aXBOpPIOBaHHSI OJM3bKUIL 10 Ta-

KOro, IO CITOCTEePIraeTbcs MpPU CUHAPOMi AJbITOpTA.
OpHak o3HaKu au3eMOpioreHe3y 0azaJbHUX MeMOpaH
OOMEXYIOTbCS TiJIbKM iX BUTOHUYEHHSM. 3a JaHUMU
[11], y mamienTiB, ski MaroThb myTauii COL4A4, 3a3Bu-
yail BUSIBJISIIOTHL CUHAPOM AJjibriopTa [12] Ta TOHKOOa-
3aJlbHYy MeMOpaHHY HelipomnaTilo ado ciMeiiHy remary-
pifo. ABTOpaMu MPOaHaIi30BaHO PE3yJIbTaTU CKPUHIHTY
Ha 18 reHHUX MyTaliii (HepuH, MiIKOLWH, acolliiioBa-
Huii i3 CD2 6inok, pocdomninaza Ce, akTuHiH 04, TpaH-
3UTOPHUI peleNTOPHUI KaTiIOHHUI KaHaJl MiApOAUHN
C enemeHT 6, iHBepTOoBaHuil (hopman, FH2 ta WH2
IOMEH, 110 MicTaTh Bipyc Wilms 1, LIM-homeobox
TpaHCKPUTIiHUI (akTop 1P, JamiHiH CYOOIUHUIIS
B2, mabinbHa cyOomuHUILIA (33, TaIaKTO3UIa o, iIHTeTPUH
cyoomuHuL (34, pelenTop po3IieIvieHHs Kiacy B2,
koeH3uM Q2, cybommHuus 2 aexkanpeHingudocdar-
cuHTas3u, MiToxoHapianbHy tRNA-neiinun 1 (UUA/G;
TRNL1) Ta nos’s13anutii i3 SWI/SNF 3 maTpukcom ak-
TUH-3QJIEKHUN PEryJsiTOp XpOMaTUHY, ITiACiMEeCcTBO
1oAioHo 110 1) 3a JOMOMOTrOI0 J1a3epHOI AecopOllii/ioHi-
3auii. [ToTtiM y 1BOX mpoOaH1iB MPOBOAUIN BCIO CEKBEH-
1ito ek3oHy (WES), mob 3’sicyBaTu, 4 iCHYIOTb iHIII
BiZmomi a00 HeBigoOMi MyTallii TeHiB, SIKi BiIpi3HSIIOTHCS
Bil 1i€1 XBOpoOU. BUKOPUCTOBYIOUM TEXHOJIOTiI0 Maco-
BUX MAaCHBIiB, BUSBWIU roMO3UroTHy myTauito TRNLI
(M. 3290T > C). Kpim Toro, ineHTriKOBaHO MYJIbTUBA-
neHTHy Mytanito COL4A4 c. 4195A > T (pp. M1399L)
B F€TEPO3UTOTHOMY BapiaHTi. 2KoIHOTO 3 LIUX BapiaHTIiB
He OyJ10 BUSIBJIEHO Y iXHiX 0aTbKiB. ¥ JaHOMY AOCJIi-
JIKeHHI 3aITpOTNIOHOBaHO CKpUHIHT mist myTaniit COL4A
Yy XBOpMX i3 ciMelfHO0 remarypieto. Hamu rakox 3ampo-
IMOHOBAHO CiM’i MMalli€HTa, KU1 TTepeOyBaB ITiJl HalllUM
CIOCTEPEXKEHHSIM, 3AIMCHUTU TeHETUYHU I CKPUHIHT Ha
myTaniio COL4A4.

BucHoBoOK

Y 45 % niTeit MpUYMHOIO XPOHIYHOI HUPKOBOI He-
JIOCTaTHOCTI € CMaAKOBI XBOPOOU Ta aHOMAaJIii pO3BUTKY
HUPOK, SIKi HEPiJKO MOEIHYIOTHCS 3 aHOMAaJIiSIMUA PO3BU -
TKY iHIIMX OpraHiB. XBopoOa TOHKMX 0a3aibHUX MEMO-
paH — TeHEeTUYHO JeTepMiHOBaHA HEIMyHHa TJIOMepy-
JIOTIATIS, 110 3aJeXUTh Bif MyTallil TeHiB konareHy IV
iy COL4A4/COL4A3 Ta KJ1iHIYHO TIPOSIBIISIETHCS Mi-
Kkporemarypieto. IlaToreHe3 3axBOproBaHHSI OJU3bKUIA
IO TOTO, 1110 CIIOCTEPITa€ThCS MPU CUHAPOMi AJTBIIOPTA.
OnHak o3HaKM AM3eMOpioreHe3y Oa3aJbHMX MEMOpaH
OOMEXYIOTbCS TUIbKY 1X BUTOHUYEHHSIM. ['eHeTu4Hi 10-
CIIIKEHHS CiMe i3 MOmiOHMMU KJTIiHIYHUMM (PEeHOTH-
MaM¥ MOBUHHI OyTH MIPiOpUTETOM TSI He(POJIOTIB.

KonduikT inTepeciB. ABTOpU 3asBISIIOTh PO BiACYT-
HiCTb KOH(IIKTY iHTepeCiB MPH MiAroTOBLIi 1aHOI CTATTi.

References

1. Kryganova TA, Dlin VV. The rate of urinary tract abnormali-
ties and the functional state of kidneys in relation to the degree of con-
nective tissue dysplasia in children. Rossiyskiy Vestnik Perinatologii
i Pediatrii. 2016,61(3):81-86. doi:10.21508/1027-4065-2016-61-3-
81-86. (in Russian).

2. Ignatova MS. CAKUT syndrome in children. Pediatria. Journal
named after G.N.Speransky. 2012;91(6):141-144. (in Russian).

Tom 12, N2 8, 2017

http://childshealth.zaslavsky.com.ua

955


https://elibrary.ru/item.asp?id=26229941
https://elibrary.ru/item.asp?id=26229941
https://elibrary.ru/item.asp?id=26229941
https://elibrary.ru/item.asp?id=26229941
https://elibrary.ru/item.asp?id=26229941
https://elibrary.ru/item.asp?id=18152516
https://elibrary.ru/item.asp?id=18152516

Bunaaok i3 npaktmku / Case Report

3. De Rechter S, Kringen J, Janssens P, et al. Clinicians’ attitude
towards family planning and timing of diagnosis in autosomal dominant
polycystic kidney diseas. PLoS One. 2017 Sep 29;12(9):e0185779.
doi: 10.1371/journal.pone.0185779.

4. Chebib FT, Torres VE. Autosomal Dominant Polycys-
tic Kidney Disease: Core Curriculum 2016. Am J Kidney Dis. 2016
May;67(5):792-810. doi: 10.1053/].ajkd.2015.07.037.

5. Klingbeil KD, Greenland CM, Arslan S, et al. Novel EYAI
variants causing Branchio-oto-renal syndrome. Int J Pediatr Otorhi-
nolaryngol. 2017 Jul;98:59-63. doi: 10.1016/].ijporl.2017.04.037.

6. Judge PK, Harper CHS, Storey BCJ, et al. Biliary Tract and
Liver Complications in Polycystic Kidney Disease. J Am Soc Nephrol.
2017 Sep;28(9):2738-2748. doi: 10.1681/ASN.2017010084.

7. Deltas C, Gale D, Cook T, Voskarides K, Athanasiou Y, Pier-
ides A. C3 Glomerulonephritis/ CFHRS Nephropathy Is an Endemic
Disease in Cyprus: Clinical and Molecular Findings in 21 Families.
Adv Exp Med Biol. 2013;735:189-96. PMID: 23402027.

CopokmaH T.B., Ocranyyk B.I,, Makaposa E.B.

8 Li Y, Wang Y, He Q, et al. Genetic mutational testing of Chi-
nese children with familial hematuria with biopsy proven FSGS. Mol
Med Rep. 2018 Jan; 17(1):1513-1526. doi: 10.3892/mmr.2017.8023.

9. Bhattar R, Maheshwari A, Tomar V, Yadav SS. Crossed
Fused Ectopic Kidney: A Case Report. J Clin Diagn Res. 2017
Aug; 11(8):PD11-PD12. doi: 10.7860/JCDR/2017/26944. 10434.

10. Ristoska-Bojkovska N. Congenital Anomalies of the Kid-
ney and Urinary Tract (CAKUT). Pril (Makedon Akad Nauk
Umet Odd Med Nauki). 2017 Mar 1;38(1):59-62. doi: 10.1515/
prilozi-2017-0008.

11. Deltas C, Pierides A, Voskarides K. The role of molecular
genetics in diagnosing familial hematuria(s). Pediatr Nephrol. 2012
Aug;27(8):1221-31. doi: 10.1007/s00467-011-1935-5.

12. Rheault MN. Women and Alport syndrome. Pediatr Nephrol.
2012 Jan;27(1):41-6. doi: 10.1007/s00467-011-1836-7.

Otpumaro 01.11.2017 M

BIry3 YipawHbl «byKOBUHCKM rOCYAQPCTBEHHbBIVI MEANLIMHCKUA YHUBEPCUTET», I YePHOBLIbI, YKPQUHQ

HacaeacTBeHHblEe, ceMenHble 6OAe3HU U AHOMAAUU MOYEK B AETCKOM BO3pACTe

Pe3iome. B cratbe npuBeneH aHaau3 JaHHBIX JIUTEPATYPHI O
YacToOTe M OCOOEHHOCTSIX TEYEHUs HACJIEeICTBEHHBIX 00Je3-
Helt movek. [To maHHBIM BceMupHOIT opraHM3alnyM 3apaBoO-
OXpaHEHUsI, YaCTOTa HACAEACTBEHHbIX 00J€3HEN U aHOMAJIU I
movek coctapisieT 2,5—3 % y HOBOPOXIECHHBIX, 0KoJio 1 %
COOCTBEHHOTO BKJIala COCTABIAIOT TeHHbIe 6onesnn, 0,5 % —
XpPOMOCOMHBIE U B cpeaHeM 1,5—2 % mnpuxomuTcst Ha TOJIIO
BPOXIEHHBIX TOPOKOB Pa3BUTHSI, 00YCIOBICHHBIX ACHCTBUEM
HeOJIaronpusITHbIX 9K30I€HHBIX M 9HAOTeHHbIX (akTopoB. B
HacTosIIee BpeMsl M3BECTHO OKOJIO 50 TeHEeTHUeCKU JeTep-
MWHHMPOBAaHHBIX 00OJIC3HEN MMOYeK M MOYEBBIX myTeil. s He-
KOTOPBIX BApMAHTOB MATOJOTUU (AMCILIA3Usl TIOUeK, TyOy10-
MaThu, MOYEYHbI aMUJIOMI03) XapaKTepHO (OpMUpPOBaHUE
MOYEYHOI HETOCTATOYHOCTH YK€ B AETCKOM Bo3pacte. Omu-

T.V. Sorokman, V.G. Ostapchuk, O.V. Makarova

caH ciyyaii 060/1e3HM TOHKUX 0a3ajibHbIX MeMOpaH (reHeTH-
YeCKM NEeTePMUHUPOBAHHAs HEMMMYHHas TJIOMEpYJIOTaThsl,
3aBUCSIIAs OT MyTalluu reHoB KojutareHa [V turma COL4A4/
COL4A3) y 9-neTHero pebeHka. KnmmHuuyeckuii ciayJaii npea-
CTaBJIIET MHTEPEC C TOYKU 3PSHUST MAaHU(DECTALIMUI U TSUSHUS
00JIe3HN, MOCKOJIbKY Ha (poHe 0O0JIe3HM TOHKUX OazaibHbIX
MeMOpaH Pa3BUJICSI UMMYHHBIN TIIOMepyIOoHehPUT, U, BO3-
MOXHO, MPOBOLMPYIOIIUM (HaKTOPOM CTaIM YaCThble OCTPbIE
pecniupatopHble MHGEKIMA. [eHeThYecKre WCCIIeI0BaHMs
ceMell ¢ MOIOOHBIMU KIMHUIECKUMU (DEHOTUTIAMU TOJIKHBI
OBITH IPUOPUTETOM JI51 HE(DPOIOTOB.

KiroueBbie ¢J10Ba: 1eTu; HacieACTBEHHbIE 6OJIE3HI U AHOMA-
JINY Pa3BUTHSI MTOYEK; KIMHUYECKUH ciydaii 6071e3H1 TOHKUX
0azabHbIX MEMOpPaH

Higher State Education Institution of Ukraine “Bukovinian State Medical University”, Chernivtsi, Ukraine

Hereditary and familial diseases and malformations of kidneys in childhood

Abstract. The article presents the results of a review on the in-
cidence and characteristics of the course of hereditary kidney
diseases. According to the World Health Organization, the in-
cidence of hereditary diseases and kidney anomaliesis 2.5—3 %
in newborns, about 1 % are gene diseases, 0.5 % — chromo-
somal and an average of 1.5—2 % falls on the congenital mal-
formations caused by unfavorable exogenous and endogenous
factors. Currently, about 50 genetically determined diseases of
the kidneys and urinary tracts are known. For some variants
of pathology (kidney dysplasia, tubulopathy, renal amyloi-
dosis), the formation of renal failure is already characteristic
for childhood. A clinical case is described of thin basement

membrane disease (genetically determined non-immune glo-
merulopathy, which depends on the mutation of the collagen
genes IV type COL4A4/COL4A3) in a 9-year-old child. This
case is of interest from the point of view of the manifestation
and course of the disease, as against the background of thin
basement membrane disease, immune glomerulonephritis has
developed and, possibly, frequent acute respiratory infections
have become the predisposing factor. Genetic studies of fami-
lies with similar clinical phenotypes should be a priority for
nephrologists.

Keywords: children; hereditary diseases and kidney abnorma-
lities; clinical case of thin basement membrane disease
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