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KPATAK CALIP?KA)

YBop [leHTOBa 60NecT je peLiecuBHa TybynonaTuja Be3aHa 3a X-XxpomMo30M 1 13a3BaHa MyTaumjom reHa CLCN5. OcHOBHe oanvike
[leHTOBe GONnecTu cy HUCKOMONEKYNapHa NPoTerHypuja, X1nepKanumypuja, HeppokanurHosa n nporpecrsHa 6onect bybpera.
Mpuka3s 6onecHnKka lMpukaszaHu 6ONECHNK je CEAMOTOANLLHbY euak Koju je ynyheH Ha ncnuTuBare 360r HUCKOT pacTa, a py-
TUHCKUM YNTpa3By4YHUM npernefom 6ybpera je HaheHa HedpoKanurHo3a. AHAMHECTUYKY MOJaLM He FOBOpe O Neproanmma
MaKpoxematypuje, nonnypuju, eaemrnma 1 xunepTeHsuju. Hema nogaTtaka o XpoHn4Hoj 6onectn 6ybpera y nopoauLu. Tokom
UCNNTUBaHa OTKPUBEHU Cy NpoTeunHypwja (1,8 g/24 h), noBehaHa ypriHapHa ekckpeumja 6eTa-2 MUKPOrnobynrHa, MUKPOCKO-
CKa xemaTypwuja, xunepkanuuypuja (8-10 mg/kg TenecHe TexunHe), HeppokanumHosa, xunodocdatemuja n CHrKeHa Tybynap-
Ha peancopnuuja pocdata (65%). YTBphHEeHe cy HopmasiHe BPeAHOCTU XOPMOHa pacTa, MapaTXOPMOHa 1 XOPMOHa LTUTacTe
xne3pe. Ocum xvnepkanuuypuje, Koja je 3abenexeHa Kof Majke feyaka, Hanasm oCTanmx aHanmsa Kog YnaHoBa NnopoauLe cy
61 HopmanHu. KoHauHa injarHo3a NoCTaB/beHa je FeHCKOM aHaNn30M, Koja je oTKpuna S244L cynctutyumjy Ha CLCN5. Ho-
cunay MyTaumje je MajKka, Koja Ma HopmMasnaH deHoTun.

3ak/mpyuak KoHauHa fujarHosa [leHToBe 60nectu Huje moryha 6e3 JoKasa 0 reHCKOj MyTaLvju Koja [OBOAN O ryOomTKa GyHK-
Lje xnopHor KaHana bybpera. 36or moryhHocTu pa3Boja nporpecusHor owTtehera 6ybpera kof oBrx 60NeCHKa, BeOMa Cy
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3HayajHM NPaBOBPEMEHO nevetbe 1 Npahere ¢pyHKUmje bybpera.

KrbyuHe peun: [leHToBa 6onecT; reH CLCN5; HUCKOMOMEKynapHa NpoTenHypuja; XunepKanuuypuja

YBO[I

IlenroBa 6orecT je perecuBHa Ty6yIomaTja Be3aHa 3a
X-xpomo3soM u nsaspana myranujom rena CLCN5. Op-
JINKYje Ce HCKOMOJIEKY/TAPHOM [IPOTENHYPIjOM, XIIIEP-
KaJIINYPUjoM, HeppOKa/ILIMHO30M, OFHOCHO HeppoInTH-
jasom u nHCyunmjeHnnjom 6ybpera [1,2].

CLCN5 je xopupajyhn ren 3a xnopuu xanan CIC-5,
KOj¥ IpUIIajia IIOPOAMIIN T3B. BOITaXKHO-3aBYCHMX XJI0-
punanx xanama. CLCN5 ce Hanmasu Ha Xp11.12,Tie Kogu-
pa cren, 746 aMMHOKuCennHa, ca 12-13 Tpancmem6bpaH-
CKUX goMeHa [3,4]. ocap je oTkpuseHo Buie ofi 80 My-
tanuja CLCN5 koje moBofie 1o TyOuUTKa XJIOPHOT KaHa-
a nnu cnabberba werose GyHkuyje. Hajuenthe cy: HoH-
CEHC, MIUCEHC, splice site, MHCEPIIIOHE 1 HEe/IeLIOHE MY-
tauuje [1, 5-7].

Y 6ybpesnma XJIOpHI KaHAI je IPEJOMIHAHTHO €KC-
IPUMOBAH Y IPOKCUMA/THIM TYOY/IMMa, MHTePKATaPHIIM
henmjama n gucramauM HedpoHnMa. Y IPOKCUMATHUM
ty6ymmma CIC-5 je yriaBHOM jOLupaH y yHytaphesj-
CKUM CY6aHI/IKaIIHI/[M €HII030MIIMa, YK/IbY4€HVM Y IIPO-
I1eC eHIOLUTOTUYIHE PearCoPIILje HICKOMOIEKy/Iap-
HIIX IIPOTENHA, IPUCTUIINX TIOMePyIapHOM urrpa-
nyjom. XJIOPHU KaHAJI OBJie yYECTByje y IIPOLeCMa €H-
mo3oMHe anuauduKaiuje, IyTeM CTBapama MO3UTUBHOT
TpaHCMeMOPAHCKOT IpafiijeHTa IoMohy IPOTOHCKe ajie-
HosuHTpudocparase. Ourrehere XTOpHOT KaHAIA IIpe-
KIfja Iy T Aerpajjanuje IpoTerHa, UITO Ka0 MOCIEANLY
VIMa HICKOMOJIEKYTapHY HpOTeI/IHypI/ij, CTalIHy OIVKY
Hlenrose 6oectu [4, 8]. MexaHusaM HacTajama XuIep-
Ka/umypuje, apyre opnuke JleHroBe 60/1eCTy, jOLI yBeK
HIje J0BO/bHO o3HAT. Moryhe je fa je peu o mopemehe-
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HOj perylanuju cTapama 1,25-rexupokcusurammuna JI
y Mutoxonzpujama hennja npoxcumanunx ty6yma [9].

Y IlenToBoj 60mect, T3B. CHHAPOMY crmaHOM DaHKO-
HujesoM (Fankoni-like syndrome), Mory ce jaButu u Xxuie-
paMuHOALMAypHja, IINKO3ypHja, nopemehaj aunpndu-
Kauuje, peHaiHN ryoutak pocdopa u xanujyma [10, 11].

Kimnundke opmke JJeHTOBe 60/IECTH y PasnnuUTUM
€THIYKVIM IPyIIaMa jaB/bajy ce U y SPYTUM, PaHuj€ OIIN-
caunM Heppomnartrjama. CrnaHe peHOTUIICKe HEHOPMAaJI-
HOCTHU MMajy X-Be3aHy peliecuBHI xunodocdareMujcKu
paxuruc (XLRH), X-Be3aHa peuecuBHa HepponmuTujasa
(XRN) 1 ¢pamumjapHa MANOMIATCKA HUCKOMOJIEKY/TapHa
HpoTerHypuja jananckux 6onecunka (JILMWP), Hajue-
mhe HasuBaHa ,,JleHToBa jamancka 6omect”. Caza ce cBe
oBe 0ojIecTy cMaTpajy peHOTUIICKUM BapujaHTaMa jef-
HOT ITOCEOHOT eHTNTeTa, HasBaHor JlenToBa 6omect [1,6].

Jocagamby Iofany He FOBOPE O jaCHOj TeHOTUIICKO-
¢enotunckoj Kopenauuju y Jlenrosoj 6omectn. Pasmran-
Te MyTallyje y Be3U Cy € pas/IM4UTUM KIMHIYKUM QeHO-
THUIIOM, KOj) Bapupa of knacudHe JleHToBe 60/IeCTy 10
6marux ypunapHux nopemehaja, He camo xop Hepobad-
K1X 00JIeCHIMKa, HETo 11 YHyTap ucte nopozute. OcyM To-
ra, KOJj pas/IM4nTUX rpyma 60ecHNKa JoKa3aHa je I re-
HETCKa XeTePOIeHOCT, TAKO fja IIOCTOje OOeCHUIIN C TH-
IMYHUM OJJIMKaMa OBe 60/1eCT KOJ, KOjIX Hifje ToKa3a-
Ha MyTanuja rena CLCN5 [1,12,13].

ITPMKA3 BOJIECHUKA

Cenmoropuumy fiedak yuyheH je Ha eHJOKPUHOIO-
IIKO McnuTuBame 360r Huckor pacta (TB<p3). [euax je
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poben 13 npyre xe/beHe, ypesiHe, KOHTPOIUCAHE TPY/-
Hohe. Ha pobemy je 61o texxak 3950 g u gyravax 57 cm.
Hberos ncuxoMoTopHM pasBoj je 6uo Hopmanan. Ocum
peTKux MHQEKIVja FUCAJHNX OPTaHa, APYTuX 060IecTn
Huje 6uo. Poanresu cy kop gevaka npumehusanu cro-
PYju pacT y BUCHHY, a/lyi HUCY TPaXKUIM CaBeT JieKapa.
ITopmany u3 MMYHe aHaMHEe3e HUCY TOBOPWIIN O ypUHap-
HUM nHeKIMjaMa, IepuofuMa MaKpoxeMaTypuje U IIo-
nuypuju. Pognresu cy 611u HopMasIHe BICUHE U 3[pa-
Bu. Crapuju 6par je Takobhe 610 3paB 1 HOpMaIHe BU-
CMHE 32 y3pacT.

ToKOM eHJOKPUHOJIONIKOT IIperefa yrphene cy Te-
necHa BycuHa off 113 c¢m (<p3) u TenecHa maca og, 22
kg (+16%). Knuunmaku mpersien je, ocMM KpaTKoOr BpaTa,
FOTCKOT HeIIla U Kapuo3HUX 3y6a, 61o Hopmanaun. Huje
6110 3HAKOBA paxnTICa. VI3MepeHN KPBHY IIPUTICAK je
6uo 90/60 mm Hg. KpBHa crvka 1 6MOXeMUjCKM CTaTyC
6umu cy HopmanHu. 3abenexxeHe Cy HOPMaTHE BPELHO-
CTV XOPMOHA PacTa, maparxopmoHa (PTH), TpujonTupo-
uyHa (T3), tupoxcuna (T4) n Tupeoctumymuuryher xop-
MoHa (TSH). Ha pagnorpaMy 1maxe yodeHa je KOIITaHa
3PENIOCT KOja je oAroBapasia JeTeTy y3pacTa Off YeTUpu
TOIVIHE U YeTHPU Mecelna. 360T maTOMONUIKOT Py TUHCKOT
Hajlasa ypuHa 1 He(hpPOKAIIIHO3E, 3a0€/IeXKEHOT TOKOM
y/nTpasBy4HOr mperefa 6ybpera, 60/ecHux je ynyhen
Koy Hedporora.

ToxoM He(ppOIOMIKOT UCIUTUBAKA YCTAHOB/bEHE Cy
HOpPMaJIHe BPeHOCTH: ypee, KpeaTHIHA, X0/IeCTepoIa,
poTenHa, abyMuHa, TpaHCaMIHa3a, KpeaTnH-(ocdo-
knHase (CPK), makrat-gexunporenase (LDH), mokpah-
He KUCe/He, ankante pocgarase (AF), Harpujyma (Na),
kamjyma (K), maraesujyma (Mg) un annpjo6asHor cra-
Tyca. Ypukosypuja je rakobe 6mra HopmasHa, a Bpan-
[OBa peaklyja HeraTMBHA. YrBphenn Cy ¥ IaTOJIOLIKI
Hamasu cnefehux mapamerapa: xunodocgaremuja (0,74
mmol/l), cHyxena TyOynapHa pearncoprruja dpocdara
(TPII; 65%); y pyTMHCKOM Hajasy ypuHa — 6eaHueBrHe
HO3UTHUBHE (++), XeMOITIOONH y Tpary, y CeilIMeHTy 5-6
6rmeux epuTPOLNTA; MpOTenHYypuja je 6ua 1,9 g/24 h
(Buura), ypuHapHa eKCKpenuja 6era-2 MUKpOrIobyInHa
je 6uma mosehana (98890 ug/l), Habena je n xunepxamu-
ypuja (7,9 Ca/kg tenecue texxune). YITpasBydHU IIpe-
rr1e 6y6pera mokasao je Hedpokamunuosy (Cnnka 1).

VcnuruBama cy ob6aB/beHa U KOJ WIAHOBA IOPOAM-
e 060JIeTIOT fevaka. PyTHHCKM Hamas ypuHa je KOx po-
fuTes/ba U Opara gedaxa 61O HOPMaJIaH, a YITPAa3ByIHU
nperen 6yOpera Huje I0Kasao HePOKAILNHO3Y. Jenn-
HJ [IATOJ/IOIIKY HajIa3 KOJ MajKe Ouia je XuIepKayiu-
yp¥ja, JOK HUCKOMOJIEKY/IapHa IIPOTEMHYpPUja HUje 3a-
OernexxeHa.

I'encka aHam3a ypabena je mocie roguHy gaHa Haj-
riefama 6onecHrka y KimHmdakoj 6noxemunjckoj mabopa-
Topuju Y HuBepsurera y bony, y Hemaukoj. Pesynrar my-
TaIlMIOHe aHa/IM3e II0Ka3ao0 je $244L CyncTUTYLjy Ha Te-
Hy CLCN5. Hocuman S244L cyncruryunje je 6ura Majka,
Koja je nMasia HopMaiaH (peHOTHIL

ITo pujarHOCTUKOBakY TyOy/IONIATHje 3aII04€TO je Jie-
4ere XUIPOXI0pTHasuoM. XuUIepKalauuypuja ce Huje

CJIMKA 1. YnTpa3ByuHu Hanas byopera jacHo nokasyje Hebpokanuum-
HO3y.
FIGURE 1. Ulltrasound findings clearly show nephrocalcinosis.

cMamua, BpegHocTu Ca cy 6ure 6-10 mg/kg TT (aop-
MaJHa BpefHocT je go 4 mg/kg TT). Jledak y mpumao u
¢docharuu nydep, anda-D3, K-urpat n Mg. 360r Hu-
CKOT pacTa, y Jlederbe je yBeJleH 1 XOPMOH pacta. Tokom
0CaM MecCellt JIedaK je mopacTao y BUcuHy 6 cm. ITpore-
uHypHja je 6una 2,8 g/24 h. Onmrra ¢yukimja 6y6pera je
6uma Hopmansa (Ccr 96 ml/min/1,73 m2).

IVICKYCUJA

JlenTOoBa 60IECT je peTaTUBHO PefaK CUHAPOM, Ha-
3BaH joII I ,,cuHAPOM cimdaH PaHKoHMjeBOM . JacaH 1
yBek mpucyTan nopemehaj paga 6y6pera y cBum omnu-
CMMa OBOT 000/betba jecTe HICKOMOJIEKY/IAPHA IIPOTEN-
Hypuja. Hedpokanunuosa un Hedpomurujasa kog ocoba
oborenux o oBe 60mecTy jaBsbajy ce MHOro yenthe He-
ro xop octamux obnuka PaHkoHujeBor cuugpoma [1,2].
O6a nomenyra mopemehaja 6ybpera aujarHocTuKoBaHa
Cy M KOJ IPUKA3aHOT GOJIeCHNKA.

Myraruona aHanusa IpUKa3aHoTr 60IeCHIKA TOKa3a-
naje $244L cyncturynyjy Ha reny CLCNS. T'encke anamm-
3€ Cy Y JOCafallb/IM MCIUTHBab/IMa II0Kasaie Jja je Haj-
weuthu passor omrehemwa 6y6pera myranuja CLCN5, re-
Ha KOjJ KOJVIpa T3B. BOJIITaKHO-3aBJMCHU X/IOPUITHIU Ka-
HaJI M XJIOpUA-1IpoToH usMewusay (CIC-5) [14]. Onncane
KIMHIYKE OJIMKE KOje Ce jaB/bajy Y NeTUIbCTBY U PAHOM
ozpaciom 106y, a Besate cy 3a myTtauujy CLCN5, crioje-
He Cy y CUHZIpOMY Koju je HasBaH JlenroBa 6omect 1 [1].

VY mocafammsyM MCOUTUBABIMAa KOT, O0TeCHMKA C My-
tanyjoM reda CLCN5, HUCKOMOIEKy/IapHa IPOTEVHYPH-
ja je bua cranman nopemehaj 6y6pera. MexannsaMm mbeHOT
HAaCTajama, Be3aH 3a IopeMeheH mporiec eHfo30MHe anu-
nM(I)MKaque VI TOCTIENVYHY IIPEKITL, ieTpajialiiije IIPoTe-
uHa, Beh je mosHar [4, 8].

Xunepxanunypuja je gpyra ognuka Jlenrose 6ore-
CTH. Y CBETCKUM MCTPa)KMBarblIMa OTKPUBEHa je Kot 71%
€BPOIICKUX, 94,4% ceBepHOaMepUIKuX u 74,4% jaman-
ckuix 6omecHnka ca Jlearosom 6osenthy [15]. Jour, meby-
THM, He TI0CTOj} jaCHO O0jalllberbe 32 MeXaHM3aM HbeHOT
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HACTaHKa. Y eKCIIepUMEHTIMA je 3a6e/e)kKeHo fa KOf He-
¢pomnaruja yapyxxenux c omrehewem CIC-5 mocimenud-
HJ Ce/IeKTVMBHM I'yOUTaK MeralnHa, 3Ha4ajHor ,Hocavya”
y IPOLeCy eHIOLUTO3€, BOAM Ka OOVMIHOM IyOuUTKY HII-
CKOMOJIEKy/IapHe IIPOTeNHypuje, yK/bydyjyhn maparxop-
MOH U IIPOTeNH Koju Besyje ButamuH [I. 3a mopemehe-
Hy perynanujy ancopnuyje Ca y IpoKCUMaTHUM TyOy-
nmMa Takobe je ofroBopaH ry6uTaK MerajanHa, Koju Be-
3yje n jou Ca. Ocum tora, CIC-5 je eKCIpMMOBaH 1 y fie-
6e/10M YCXOHOM KpaKy XeH/IeOBe [eT/be, 3Ha4ajHOM Me-
cry peancopmuuje Ca [4]. Xunepxaniuypuja Moxxe 6u-
TI CeKyHfIapaH (eHOMEH, HacTao 360T PaBHOTEXe W3-
Mmeby ryburka 25-xunpokcusuramuna JI (ca Besyjyhnum
nporenHuMa) u nosehane cunrese 1,25-UXUIPOKCUBI-
tamuHa [] (mpexo mosehanor ocnobabharma mymunamzHor
mapaTxopmosa) [9].

HedpoxanunHosa, 0RHOCHO HeppoIuTHjasa, Kao Tpe-
ha ognmka JlentoBe 60ecTn, yCTaHOB/bEHA je KOX 77%
cBux 60JIeCHVIKA 11 TOCTIe[UIIA je XunepKanuypuje. Je-
mha je Kof eBPOIICKMX ¥ CeBEPHOAMEPUYKIX OO/IECHN-
Ka ca JlenroBom 6orenthy, Hero xog 6omecHnka y Jama-
Hy [15].

CMamerbe I70MepynapHe GuiTpanyje M XpoHIIHa
crmaboct 6yOpera HICY AMjarHOCTUKOBAHE KOJ, CBUX 60-
necHuka ca JenroBom 6osenthy. Y cBeTCKUM MCTPaxu-
BamlIMa peHalMHa gucdyHkumja je yrephena xopm 55%
€BPOIICKMX VM CEBEPHOAMEPUYKUX, OTHOCHO 7% jamaH-
ckux 6osecHuka ca Jenrosom 6onemhy [15]. Mehytuwm,
HampenoBame 6oectu 6ybpera Ka TepMUHATHOM CTajIN-
jymy, nuameby tpehe 1 nere fenennje sxusota, 3adenexe-
Ha je Koxt 30-80% 6omecunka [3, 16].

Cmameme TybyIcKe peancopruuje pocdara He uc-
mospaBa ce Kop cBux 6onecuuka. Kop Behnue neue ypu-
HapHa anyanduKanyja je HopManHa, mrro yiyhyje Ha ce-
KyHpapHo omrreheme Ko crapux oco6a. ITopemehaj ypu-
HapHe anuauduKalje BepOBATHO je y Be3N C TPajarbeM
U TeXMHOM peHanHe Kanuudukanyje. Paxuruc, xoju ce
IMjarHOCTHKYje KOJ] HeKnX O0/IeCHIKA, IOBO/BHO Peary-
je Ha hapmakosouike fo3e BuramuHa JI [1].

Koz jennor 6onecunka ca JlentroBom 6orenthy yodenu
cy ocobune Bapreposor (Bartter) cCMHpOMA, XUIIOKA/IN-
jeMujcka MeTabOo/IMYKa a/IKa/I03a VI XUIIePPEHNHEMU]jCKIL
Xunepanagocreponusam [11].

Ocum myrauumje rena CLCN5, Koja je onmcana u Kof
IPUKa3aHOT OOJIECHVKA, TeHCKe aHa/IM3e KOJ 60/IecHN-
Ka ca cumnroMuma JleHToBe 601eCTH OTKpUIIE CY U APY-
re mopemehaje. Tako cy y xop 607ecHnKa ca HpeHOTUIIOM
JlentoBe 6omectn oTkpmBene mMyranuje y reny OCRLI,
JIOKa/mM30BaHOM Ha Xg25, xoje cy ofrosopHe 3a JIoyos
(Lowe) cuuppom. JleHToBa 60/1eCT M3a3BaHA My TALIMjOM
OBOT reHa JjaHac ce onucyje kao [lenrosa 6omect 2. Knn-
HIYKe OfINKe OBe GOIeCTU CIIMYHE CY CUMIITOMUMA Y
JIoyoBOM CHHAPOMY, OCKM KaTapakTe U MeTabommiKe
anmzpose, Koje ce He jaB/bajy y JenToBoj 6omectu. [la 6u
ce 00jaCHIIO HEIIOCTOjarbe MyTalyja KOJ jefHOT O6po-
ja 6omecHmKa ca dhenorunoM cmyHOM Y [leHTOBOj 60-
nectyu, ocum CLCN5/OCRLNI, UCIUTUBAHNU CYy U JpPY-
v renn [17,18].
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Kop HOCHTAIa My TaIMje YXEHCKOT [10/1a OOMYIHO ce He
JICIIO/baBajy CUMIITOMU 000/belba, YeCTO Ce jaB/ba HICKO-
MOJIeKy/IapHa IIPOTENHYpuja, a pehe xunepkanunypuja
[19,20]. Kox majke mprkasaHOT 60JIECHIKA je[IHU CYMII-
TOM 01T je XUIIepKanuypuja.

IlenroBa 6orect je Hac/menHa TyOy/IOMaTIja M3a3BaHa
myTanujom reHa CLCN5. KnuHn4IKe ofjKe y BULY TPU-
jaca CMMIITOMa — HIICKOMOJIEKY/IapHA IPOTENHYPY)ja, XN-
HepKaIypuja u HeppoKanuHO3a — Gerrexe ce KOJ Be-
hune 6omecunka. Konauna amjarnosa uuje moryha 6es
II0Ka3a O TeHCKOj MyTaLMji Koja je HOBesa [jo IyOuTKa
¢bynkunje xmopuor xaxHana 6ybpera. [IporpecusHoO pe-
HanHO omureheme, Kao jemHa ox omnmuka Jlentose Gorte-
CTH, jaB/ba Ce KOJ 3HavajHOr Opoja 6omecHuxka. 360r To-
ra je BeoMa Ba)XHO IIPABOBPEMEHO [IPUMEHNTI OfrOBa-
pajyhy repanujy (tnasupn, ACE-naxuburop, pocdaran
nydep), Te farbe HafAIIEHATH OOIECHUKA.
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DENT DISEASE
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INTRODUCTION Dent disease is X-linked recessive proximal
tubulopathy, due to mutations in the CLCN5 gene. It is char-
acterized by low molecular weight proteinuria, hypercalciuria,
nephrocalcinosis and progressive renal failure.

CASE OUTLINE A seven-year-old boy was referred after
endocrinological examination where abdominal ultrasound
showed nephrocalcinosis. There were anamnestic data nei-
ther of oedema, macrohaematuria, nor polyuria or hyper-
tension. There were also no data of chronic renal failure in
the family. We determined: proteinuria (1.8 g/day), elevated
urinary excretion of Beta 2 microglobulin, microscopic hae-
maturia, hypercalciuria (8-10 mg/kg/day), nephrocalcino-
sis, decreased tubular reabsorption phosphate (65%). Values
of growth hormone, parathormone on thyroid hormone
were normal. Except hypercalciuria, which was registered
in the patient’s mother, all other analyses performed in fam-
ily members were betwen reference values. Diagnosis was

finalized by mutation analysis, which showed S244L sub-
stitution on CNCL5. Mutation carrier was mother with nor-
mal phenotype.

CONCLUSION Dent disease is rare X-linked nephrocalcinosis.
Definitive diagnosis of this proximal tubulopathy which leads
to progressive renal damage is not possible without evidence
of gene mutation in renal chlorine channel.

Key words: Dent disease; CLCN5; low molecular proteinuria;
hypercalciuria
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