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Bounesns Jlenta-1 (ren CLCN5) HacnienyeTcst peniecCMBHO, CIENJIEHHO ¢ X-XPOMOCOMO#, M XapaKTepu3yeTcs nNpoTenHypueii 3a

HHU3KOMOJIEKY/ISIPHBIX 0€JIKOB, rUNepKaJIbLuypHeil, HepOKAIbIMHO30M, PeLUANBUPYIOLIEH M eHHOIi 00J1e3HBIO U CTal0-
1ieil MoYevHoii HeJOCTATOYHOCTbIO. 2KEHIMHBI SBJISIOTCSA HOCUTEISIMH M 00BIYHO CTpPaa auyuTeabHo. Mbl 1 eM
HaOmonenue 11-1eTHero pedeHka ¢ He()POKAJIBIMHO30M U HePOJUTHAZOM C MyTaALUE elG (um p.Asp671fs ‘N5,

KOTOpasi panee He ObLia onucaHa npu oose3nu lenra-1.
Y 6a0ymku npodanaa Obuia AMATHOCTUPOBAHA NMOYEYHAS] HEAOCTATOYHOCTD Heﬂc« d®nenopanuu
B

e3a. [Ipu ¢usuk:
MaJIbYMKA MATOJIOTHH He OOHAPYIKEHO, POCT U APTEPUAJIbHOE JABJIEHHE B TIPE 3pacTHBIX mapaMeTpdB. aThl B MOYeE,
HUTPATHI HATPHS, MOYEBasi KUCJIOTA, OUKApOOHAT HATpusi, BUTaMUH D u y}@l aPATrOPMOHA ObLIH elfiax HOpMaJIbHBIX
e

3Havennii. Onpenensiach runepkagbuuypuu (9 Mr/Kr B CyTKH), IPOTEHHYPH €T HU3KOMOJIEKYJIs] 0B (YpOBeHb [3,-Mu-
KporiooyauHa 5280 MKr/a, Hopma mMeHee 250 MKr/J) B CyTOYHOW MO aocopouus docdaros ( AXOAMJIACH HA HU3KOM
ypoBae — 88%. Ilo nauHbIM yIbTPacoHOrpaduu BbISBJIEH JBYCT! W(pa&lMepOM o 4 Mm) 0 KTHBHBII HedpoiuTHas
U HedpokaabiuHO3. MoseKyIsApHO-TeHeTHYECKHil aHAIM3 00HA myTtamuio reHa CLCN3ge.

CIIBUTOM PaMKH, KOTOpasi ObLIa HAEHTH(UIMPOBAHA KAK CTON|O, CM. PHCYHOK). YYHTD) %
TNANMEHTY ObLTH HA3HAYEHDI INTPAT KAJTUS ¥ THA3HIHBIE TUY 4
IToueynslii TYOYIAPHDIA alMA03, IUCTATbHbINA THI, MeXYLRNL ry0yaTas noyka, ﬂeow blii He()POKAJILLMHO3, BO3/eiiCTBHE
NETIEBbIX IMYPETUKOB, HAC/IEICTBEHHAs TyOy10naTHsl, NQOHYECKAs TMIIOKAIHEMUS ajlacceMust SIBJISIIOTCS OCHOBHBIMU 32-
00JIeBAHMAMM, TIPUBOSIINAMH K He(DPOKAILIMHO3Y KZ O epKaJIbLUypHei, TaK &0301“4. Hopmanbhsiii yposens pH kpoBu,
HU3KOMOJIEKY/ISAPHAS IPOTENHYPUS, THNIePKATbLYRUNGLHU3KUIT YDOBEHb TYOY. peadeopoumu docdartos 6e3 runepkanbume-
MHH YKa3bIBAIOT HA HACJIEACTBEHHYIO TyOy1onaTig ~¥oo%ie3nn lenrta y Hamero%[ HTa. [eHeTHYeCKUii aHAIN3 TAKXKe MOATBEPANI
JIMarHo3 — BbisiBJIeHAa MyTanus reia CLCNS,

Karoueevte caosa: demu, He(j)pO/mmuasQ namus, He(ﬁpoxa/tbuu$3,ge3ﬁb JMenma, CLCNS.
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WUCTION o nosis; hypercalciuria with hypercalcemia, hypercalciuria

without hypercalcemia and hyperphosphaturia [1].
‘Nephrocalcinosi Dent’s disease-1 is a rare cause of hypercalciuria with-
of calcium i
o It is associateg/itMeOnditions that cause hypercalcemia,

out hypercalcemia. It is characterized by low molecular-
hyperphospha®nia, and the increased excretion of calci-
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weight proteinuria, hypercalciuria, nephrocalcinosis,
nephrolithiasis, and chronic renal failure. In about 60%
um, phosphate, and/or oxalate in the urine. According to
the laboratory results, three groups can be formed in pa-
tients with nephrocalcinosis to make a differential diag-
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of patients with X-linked nephrolithiasis, a mutation in the
CLCNS5 gene is detected (Dent disease type 1), whereas
in 15%, the disease is due to a mutation in the OCRL gene
(Dent disease type 2) [2—4]. Due to be X-linked, males
are affected more severely, but females are carriers and
usually only mildly affected in both forms of Dent’s dis-
ease [5].

POCCUVICKWI BECTHUK MEPUHATOJIOMW U MEANATPUM, 2018; 63:(2)
ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2018; 63:(2)



Kyay b. HoBast mytanus ¢.2010delG rena clenS npu 6ose3Hu [leHTa y 1 1-JeTHero Majibumka...

CASE REPORT

An 1l-year old boy was referred for nephroli-

T T S e .

thiasis and nephrocalcinosis. He denied any renal
disease, trauma, diarrhea or constipation at past

medical history. The grandmother had renal failure
of unknown origine at medical family history. There
was no pathological finding on the physical examina- =
tion, including growth parameters and blood pres-
sure according to age group. Laboratory findings
were normal except hypercalciuria (9 mg/kg/d), 88%
tubular phosphore reabsorbtion rate, low molecular
weight proteinuria (B, microglobulin 5080 mcg/L,
n <250 mcg/L) in 24 hour urine, bilateral 4 mm non
obstructive nephrolithiasis and nephrocalcinosis at
ultrasonography. Urinary oxalate, citrate, uric acid,
serum bicarbonate, vitamin-D and parathormone
values were also normal. Genetic analysis revealed
mutation ¢.2010delG (p.Asp671fs) in the CLCNS
gene that was detected in frame shift and identified as a stop
codon (Figure). The patient was given potassium citrate and
thiazide for persistant hypercalciuria.

DISCUSSION

The clinical diagnosis of Dent’s disease is based on
the presence of LMW proteinuria, (elevation of B,-mj
croglobulin, clara cell protein RBP — retinol—bir&
protein) and/or about five fold above the upp t

which is pathognomonic for Dent’s disease), Ici-

uria (>4 mg/kg per days characteristic for Deffgs®¥listase)
and diagnosis should include at least one e presence:
nephrocalcinosis, nephrolithiasis, he , hypophos-

ur patient ful-

phatemia or chronic renal disease [6,
ercalciuria witho
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1&( .Zide diuretics can be used to treat hypercalciuria [10, 11].

In summary, a new mutation ¢.2010delG (p.Asp671fs)
in the CLCNS5 gene that was first detected in frame shift
and identified as a stop codon in our patient. Dent’s dis-
ease should be kept in mind in nephrocalcinosis with hy-
percalciuria, low molecular weight proteinuria and normal
blood pH at male patients.

Ludwig M., Utsch B., Balluch B., Frind S., Kuwertz-Brok-
ing E., Bokenkamp A. Hypercalciuria in patients with CLCNS
mutations. Pediatr Nephrol 2006; 21: 1241—-1250. DOI:
10.1007/s00467-006-0172-9

Hoopes R.Jr., Raja K., Koich A., Hueber P., Reid R.,
Knohl S.J., Scheinman S.J. Evidence for genetic heterogene-
ity in Dent’s disease. Kidney Int 2004; 65: 1615—1620. DOI:
10.1111/5.1523—1755.2004.00571.x

Edvardsson V., Goldfarb D., Lieske J Beara-Lasic L., Ang-
lani F., Milliner D.S., Palsson R. Hereditary causes of kidney
stones and chronic kidney disease. Pediatr Nephrol 2013; 28:
1923—1942. DOI: 10.1007/s00467-012-2329-z

Devuyst O., Thakker R. Dent’s disease. Orphanet J Rare Dis
2010; 5: 28. DOI: 10.1186/1750-1172-5-28

8, 63:(2)

71




KJINMHUYECKUE CJTYHAU

9. Scheinman S. X-linked hypercalciuric nephrolithiasis: clinical 11. Blanchard A., Vargas-Poussou R., Peyrard S., Mogenet A.,

syndromes and chloride channel mutations. Kidney Int 1998;
53:3-17.

10. Raja K., Schurman S., D’mello R.. Blowey D., Goodyer P.,
Van Why S., Ploutz-Snyder R.J., Asplin J., Scheinman S.J. Re-

sponsiveness of hypercalciuria to thiazide in Dent’s disease.
J Am Soc Nephrol 2002; 13: 2938—2944.

IMocTynuna 27.12.17

Konpauxm unmepecos:

Asmopul daHHOU cmambu hOOmMEepouay OMcymcmeue KoH-
@aukma unmepecog, PUHAHCOBOT UAU KAKOU-AUOO UHOTL
nooddepaicKu, 0 KOMOPbIX HeOOX0OUMO COOOUUMD.

Baudouin V., Boudailliez B., Charbit M. et al. Effect of hy-
drochlorothiazide on urinary calcium excretion in Dent dis-
ease: an uncontrolled trial. Am J Kidney Dis 2008; 52: 1084—
1095. DOI: 10.1053/j.ajkd.2008.08.021

Received on

Con terest:
The authors of this article confirmed t

of interests, financigigr other support
G ould be reported.

POCCUVICKWI BECTHUK MEPUHATOJIOMW U MEANATPUM, 2018; 63:(2)
ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2018; 63:(2)

72






