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PE3IOME

BeepeHme. HeppokanbumHos (HK) onpefensetca Kak oTnoxeHne okcanata nim ¢pocdarta KanbLmaA B NOYEUHbIX KaHanbLax U/vnnm NHTepcTu-
umm noyek. CornacHo nocnefHM aaHHbiM, HK MoXeT 6bITb crieLpryeckm NpM3HakoM HacleiCTBEHHbIX 3a601eBaHMI MOYEK C PasINUYHbIMM
deHOTUNMYECKMIM MPOABNEHNAMU. HYacToTa reHeTUYECKMX NPVYUH, Kak NpaBuio, Bbille y AeTell ¢ 6osiee paHHUM [e6loToM 3aboneBaHuaA 1
OTArOWEHHbBIM CEMENHbIM aHaMHE30M.

Llenb nccnepoBaHua — M3yunTb MPUUKHDI, OXapakTepu3oBaTb reHoTUN U peHOTUM POCCUICKKX AeTel ¢ HK.

Martepuanbl n meToAbl. B ojHOLIEHTPOBOE PETPOCNEKTUBHO-MPOCNEKTUBHOE KOTOPTHOE NCCefoBaHme BKIOUYEH 91 NaLmeHT B Bo3pacTe A0
18 neT: 57 (62,6%) manbunkoB u 34 (37,4%) peBouku c aByctopoHHUM HK. MNpoaHanusuposaHbl peHoTUN, GyHKLMM novek y AeTei ¢ HK, pas-
[ENEHHbIX Ha 3 rpynrbl MO pe3ynbTaTam MONIEKYNAPHO-TEHETNYECKOTO NCCNeAoBaHNA: 1-A — nepBuYHble TybynonaTtuy; 2-a — TybynonaTtum
BCNefCTBME METaboNMUECKNX 1 SHAOKPUHHbBIX PaccTPoncTB; 3-1 — HK, He noaTBEpKAEHHDIN MONEKYNAPHO-TEHETUYECKNM NCCTIeA0BaHNEM.
Pe3ynbTtatbl. [IpyyrHHbIE HYKEOTMAHbIE BapuaHTbl BbisiBNieHbl Y 51 (56%) pebéHKa ¢ npeobnafaHuem B reHax CLCN5, CYP24A1, AGXT, HPRT1
OMMCaHHBIX y NauneHToB ¢ 6onesHbto fleHta (OMIM 300009), nepsuyHoi runepokcanypueii 1-ro tvna (OMIM 259900), navonaTyeckon uH-
daHTMNbHOM runepkanbumnemuein 1-ro Tuna (OMIM 143880), cuHapomom Jlewa-HuxaHa (OMIM 300322) cooTseTcTBEHHO. MeamnaHa Bo3pacTa
obHapyxeHnsa HK coctaBuna 16,4 [3,9; 52,2] mec: 42 (46,1%) pebéHka 6bimn B Bo3pacTe Ao 1 ropa, 44 (48,4%) — 1-10 ner, 5 (5,5%) — cTapuwe
10 net. Cpean 3KCTpapeHanbHbIX NPOABNEHNI Npeobnaaany pasnuyHble aedopmaumm Kocter (16 (19,7%)). 3a 3 ropa HabnogeHus (n = 51)
CpefHee 3HaueHve CKOpocTH Knyboukoson dunstpaumn (CKO) nsmenunocs ¢ 102,5 + 26,0 go 94,5 + 21,9 ma/mnH/1,73 m? (p = 0,002); 3a 5 net
(hn=31)—c104,7 + 23,9 po 89,6 + 25,1 mn/mnH/1,73 m? (p = 0,002). UameHeHme CKD npwu pnmtenbHOCTY HabnoaeHUn Kak 3 roga (n = 51), Tak
n 5 net (n = 31), CTaTUCTMYECKM 3HAYMMbIM OKa3anocb B 1-1 rpynne (p = 0,030; p = 0,002). cxopHo cpepHee 3HaueHne CKO okasanocb Huxe
npu 2 1 3 ctagunax HK.

3aknioueHue. [poBefeHNe MONEKYNAPHO-TEHETUYECKOTO nccnefoBaHua y Aeten ¢ HK, noMymMo paHHen AnarHoCcTuKM 3aboneBaHunin ¢ Bapu-
abenbHbIM MOYEYHbIM MPOrHO30M, NMO3BONUT AOCTNYb 3PEKTUBHOCTM B CBOEBPEMEHHOM Ha3HAYeHUW MaTOreHeTNYeCKon U CMNToMaTnye-
CKoW Tepanum.
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ABSTRACT

Introduction. Nephrocalcinosis (NC) is defined as the deposition of calcium oxalate or calcium phosphate in the intratubular lumen
and/or kidney interstitium. Recent studies have reported that NC might be a specific sign of hereditary kidney diseases with various phenotypic
manifestations. The rate of genetic mutation as a rule was higher in children with earlier onset and positive family history.

Purpose. To study the causes, characterize the genotype and phenotype in Russian children with NC.

Materials and methods. A single-center retrospective-prospective cohort study included 91 patient under the age of 18 vyears,
57 (62.6%) boys and 34 (37.4%) girls with bilateral NC. We analyzed the phenotype and kidney function in NC children classified into 3 groups
according to etiology: 1) primary tubulopathies; 2) tubulopathies due to metabolic and endocrine disorders; 3) NC, unconfirmed by molecular
genetic research.

Results. Pathogenic nucleotide variants were identified in 51 (56%) children with a predominance in the genes CLCN5, CYP24A1, AGXT, HPRT1
described in patients with Dent disease (OMIM 300009), primary hyperoxaluria type 1 (OMIM 259900), idiopathic infantile hypercalcemia
type 1 (OMIM 143880), Lesh-Nihan syndrome (OMIM 300322) respectively. The median age of detection of NC was 16 years, 4 [3.9; 52.2
months, among which 42 (46.1%) children were under the age of 1 year, 44 (48.4%) aged 1 to 10 years, 5 (5.5%) older than 10 years. Various
bone deformities prevailed among the extrarenal manifestations (19 (20.4%)). Over 3 years of follow-up (n = 51) the average GFR changed
from 102.5 £+ 26.0 ml/min/1.73 m? to 94.5 £+ 21.9 ml/min/1.73 m? (p = 0.002); over 5 years of follow-up (n = 31) from 104.7 + 23.9 ml/min/1.73 m?
to 89.6 + 25.1 ml/min/1.73 m? (p = 0.002), that was statistically significant in the group of primary tubulopathies (p = 0.030; p = 0.002).
At baseline, the average GFR value was lower in NC stages 2 and 3.

Conclusion. Conducting a molecular genetic study in NC children, in addition to early diagnosis of diseases with variable renal prognosis and
will also help to achieve effectiveness in the timely prescription of pathogenetic and symptomatic therapy.

Keywords: nephrocalcinosis; children; genetic research; phenotype; CLCN5; CYP24A1; AGXT; HPRT1
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BeepeHne spisieTcsl MenyusipHblit HK, BU3yanusupyemblii coHorpa-
Hedpokanbuno3d (HK) ompenensiercsi kKak oTJIOXe- ¢Hyecky Kak IBYCTOPOHHEE CUMMETPUUYHOE TMOBBIIICHUE
HUe oKcanaTa uiu (pocdara Kanblivsl B IOYEUHBIX KAHAb-  3XOTE€HHOCTH ITAPEHXMMBI B ITPeIeIax MOYEYHbIX TUPAMHUL.

Lax u/vau uHtepctTuumu novex [1]. Onuaemuonorus HK B caMoil KpyITHO# KIIMHUYECKOM cepuy U3 375 maleHTOB
0OCTa€TCsl HEU3BECTHOM, YTO, BEPOSITHO CBSI3aHO C YacTO Ha gomo MenyuisipHoro HK npuitock 97%. KopkoBssiit
0ecCCMMITTOMHBIM TeueHueM. PacripocTpan€HHoi hopmoit HK cocrtaBmit okosio 3% 1 GblT 00YCIIOBJIEH KOPTUKAJIb-
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HBIM HEKPO30M IT0YeK, XPOHUUIECKUMU IIIOMEPYJIOHEe(DpH-
TaM#, IEPBUYHBIM U BTOPUIHBIM OKCAJI030M, OTTOPKEHM -
€M TpaHCIUIaHTaTa IMOYKH [2].

Atnonorndyeckasa crpykrypa HK pasznuyaercs B Bo3-
pPACTHBIX TpymIiax. ¥ B3pOCIbIX MPEBAJMPYIOT IEPBUY-
HBII runepnapatupeo3, IPTA um MenymnspHast rybya-
Tas 1ouka [3]. Y nmereii coobOiiaercss o mpeobiaagaHuun
HacJIeICTBEHHBIX TyOymomaTtuii, B 4actHoctu JIPTA,
a TakKXXe MIMOIMAaTUYECKOW TUIIePKAIbLINYPUN M MHTOK-
cukauun ButammHoM D [4—6]. Kpome Toro, HK Bxo-
IUT B CHMIITOMOKOMILIEKC PsiTa MOHOT€HHBIX OOJIE3HEN.
Tak, B pabotax J. Halbritter u coasr. [7], D. Braun u co-
aBT. [8] mokazaHno, ytoy 20,8 u 16,8% u3 106 u 143 nereit
COOTBETCTBEHHO BBISIBIICHBI Kay3aJbHbIC T€HETUYECKHE
BapuaHThl. YacToTra OoOHapyXeHMsI T€HETUYECKUX ITpHU-
yuH 3a00JieBaHUSI, KaK MpaBUIO, BhIIIE y AeTel ¢ Oojee
paHHuM ne6oToM HK 1 oTsIroméHHbIM ceMeiHbIM aHa-
MHe30M [9].

ITatoreHetnueckne MexaHusmMbl HK MeHee 4e€TKO
oIpenesieHbl B CPaBHEHMHM C MOYEKaAaMEHHOW OOJIE3HBIO.
BeccnopHoO, MOBBIIIIEHHAST SKCKPEINs KaJIbLMS C MOYOI
C runepkanbliieMueil uiau 0e3 He€ sIBsieTcsl HauOosee
pacrpoCTpaHEHHOW MNPUUYMHOM, OJHAKO HEOOXOAUMO
TaKKe MCKITIOUEHNE TUTIEPOKCATYPUM, TUIIEPYPUKO3YPUHU
n runouutparypuu [10]. Takke rpymnmmy ocoboro pucka
paszButuss HK mnpencrasiasioT HegoHOIIEHHbIE HOBOPO-
KAEHHBIE C TecCTallMOHHBIM Bo3pacToM < 32 Hem u/viu
Maccoii Tena < 1500 T u3-3a He3peNoCTH MoYeK, TUTTOIN-
TpaTypud M BO3IEHCTBMS IK30T€HHBIX (DAaKTOPOB PHCKA
nocne poxaenus [11, 12].

Knunuueckasi kapruna HK oGblyHO ompenensieTcst
OCHOBHBIM 3aboyieBaHueM. K Hecrnenm@pUuecKuM CUM-
IITOMaM OTHOCSITCS TIOJINY PUSI-TIOJTUINTICHSI, PBOTA M CPBI-
TMBaHUS Yy IeTeli paHHEro Bo3pacTa, reMaTypusi, MH(DeK-
LI MOYEBBIX ITyTeil. TakKe oNmMcaHbl Cydau 3amepKKu
pocTa u/Win ICUXOMOTOpPHOro pa3Butust [4—6]. I1pu He-
3HAYUTEJILHOM IIPOSBICHUM WJIM OTCYTCTBUM CUMIITOMOB
HK 00OBIYHO IMArHoCTUpyeTcs «CIIydailHO» TIpU PYTHUH-
HOM YJIbTPa3BYKOBOM UCCJICAOBAaHUY ITOYEK.

BaxxHocTh paHHe OUAarHOCTUKMA OCHOBHOTO 3a0o0Jie-
BaHUS C IEIbIO YAYUIICHUST TTIOYEYHOTO MPOTHO3a MyTEM
paHHETro HaJajia Tepaluy yKa3bIBaeTCs B PSIAe MCCIEIO-
BaHuit [6—9]. Kpome toro, HK, siBisisich Juiib mposiBiie-
HHEM TOTO WJIM WHOTO 3a00JIeBaHMS, HEIOCPEIACTBEHHO
caM MOXET CITOCOOCTBOBATH YXYIIIIEHHUIO (DYHKIIMH ITOUCK.

Ieab nccnenoBaHus — U3YYUTh MPUIMHBI, OXapaKTe-
pU30BaTh TEHOTUI U (DEHOTUIT Y poccuiickux nereit ¢ HK.

Matepuanbi u meToabl

B omHOlIEHTpPOBOE PETPOCIIEKTMBHO-TIPOCIIEKTUBHOE
KOTOPTHOE MCCJIeNOBaHNWEe BKIIIOUEH 91 malmeHT B Bo3pac-
te no 18 net: 57 (62,6%) ManburikoB u 34 (37,4%) neBo-
yek ¢ aeycropoHHuM HK, HabGmomaBimecss B Hedposo-
ruyeckom otaesieHun OIAY «HMMUAI 3nopoBbs ageteit»
Munsapasa P® ¢ 2012 o 2024 r. I[IpoTokos uccieaona-
HUS OBLT 0OMOOPEH HEe3aBUCUMBIM JIOKAJTbHBIM 3TUYECKUM
komureroM PTAY «<HMMUII 3nopoBbs agereii» MuHsapasa

Original investigations

OpurrnHanbHasa cTaTbA

Poccun (mmpotokon Ne 11 ot 25.11.2021). B mpocniekTuB-
HOI YacTHU UCCICOOBAaHUS 3aKOHHBIMU TIPEACTABUTEISIMU
MalMEHTOB, a TAaKXKe 0OJILHBIMHU cTaplie 14 1eT moamnucaHo
IOOPOBOJIBHOE MH(OPMUPOBAHHOE COTJIacHe Ha IpOBeIe-
HHE UCCIICIOBAHUS.

[NaneHTOB OLICHWBAIM MO ITIOJTY, BO3pAcTy, Hacllemd-
cTtBeHHOI otsroméHHocTr mo HK/Hedponutnazy, anam-
He3y >KU3HU (B TOM YMcJie HEOHATaJIbHOMY Ilepuony), dap-
MaKOJIOTMYECKOMY aHaMHe3y, (GPM3NIEeCKOMY Pa3BUTHIO.

BceMm nainmeHTaM NpoBOAMIOCH KOMILJIEKCHOE 00cie-
noBaHue: (U3UKATBHBINA OCMOTP, KITMHUYECKUA 1 OMOXU-
MUWYECKUI aHAIM3bl KPOBU (KaJabluii, (pocdop, memoaHast
docdaraza, mapaTUpeOUAHbIII TOPMOH), aHAJIU3 apTEPU-
aJbHOM KPOBM HA KMCJIOTHO-OCHOBHOE COCTOSIHHUE, 00-
WA U OMOXMMHUYECKUIA aHaTU3bl MOUYHU, YJIbTPA3ByKOBOE
HCCIIeIOBaHUE TI0YEK, OPIONIHOM ITOJIOCTH, 3XOKaparo-
rpacdus, peHTreHOorpadust KUCTel, feHCuToOMeTpus (Ipu
JIIOCTUKEHUM KOCTHOTO Bo3pacTa 6osee 4 jeT).

Bcem nmauuenram ¢ HK npoBoauau MosekyasipHO-Te-
HeTHu4ecKoe mcciemoBaHue. Ha mepBoM arame BceM me-
TIM C TIOIO3PEHHEM Ha IEPBUYHYIO THUIIEPOKCATYPHUIO
(ITO) 1-ro Tuna (n = 21) n cunapomom Jlema—Huxana
(n=4) nmpoBoaWIN CEKBEeHUPOBAHNE KOAUPYIOLINX U TTPU-
JIETAIOIIMX MHTPOHHBIX obyacteil reHoB AGXT v HPRT1
COOTBETCTBEHHO MeTogoM CaHrepa. OCTalbHBIM IETSIM,
a TakXke JIeTSIM, Y KOTOPBhIX HE OBbLIO BBISBJICHO IATOTCH-
HBIX BAPUMAHTOB B YKa3aHHBIX T€HaX, UCCICIOBaHUE TIPO-
BOOWJIM METOAOM BBICOKOIIPOM3BOAUTEIBHOTO CEKBE-
HupoBaHus. C moMouiplo pa3padboraHHoi maHenu [13],
Bkmoyvatonieid 200 reHoB, MaTOTeHHbIE BapUMaHTBI KOTO-
PBIX BBI3BIBAIOT HACJEACTBEHHBIE 00Je3HM mouek [14],
ObL1 MccnenoBaH 31 peOEHOK; CEeKBEHMPOBAHMWE KIWHU-
YeCKOIr'0 3K30Ma ObUIO BBIIIOJHEHO 27 OETIM, CEKBEHU-
poBaHUe IOJHOro 3K3oMa — 6 mersaMm. McciemoBaHust
C TIOMOIIUBIO MYJIbTUIJIEKCHOM JINTa303aBUCUMOMN aM-
IWINGUKALIK TIPO0 M XPOMOCOMHBIT MUKPOMaTPUIHBII
aHaJIM3 OBLIM BBHITIOJHEHBI 2 NETSIM C IOHO3pEHUEM Ha
cuHApOMaNIbHYI0 Tatosnoruio. [lo pesynbpraraM MOJIEKY-
JIIPHO-TEHETUYECKOTO WCCIIEAOBAHUSI JOETH ObLIM pac-
MpeaesIeHbl B 3 TPYNIIBL 1-1 — MepBUYHBIC TYOYJIOMATHHI
(n = 23); 2-9 — TYOyJOIIaTUM BCJIENCTBAE MeTaboamye-
CKMX W BHIOKPUHHBIX paccTpoiicTB (n = 28); 3-1 — HK,
HE TOATBEPXKIEHHBIM MOJEKYISIPHO-TEHETUISCKIM HC-
cnenoBaHueM (n = 40).

HK oueHuBasiMm Ha OCHOBaHUM YJbTPa3ByYKOBOTO MC-
CJIeIOBAHMS TTOYEK CICAYIOIIM 00pa3oM:

* [ cTamuss — He3HAYMTETBHOE TTOBBIIIICHUE SXOTCHHO-

CTH ITMPAMUIT;
* Il cranust — «Oenble TUPJASTHABI» , TOTAIbHAS TUTIEPI-
XOT€HHOCTD ITUPaAMM]I;

» III cranust — HanM4Me aKycTUYeCKou TeHu [15].

DYHKIMIO MM0YEK OLEHUBAIU C PACYETOM CKOPOCTHU
ki1yboukoBoit duiabTpaunu (CK®) no dopmyne IlBapua
(36,5 X pocT, cM/KpeaTHUHUH ChIBOPOTOUHbII, OIIPEACIEH-
HbIIf SH3MMAaTUYECKIUM METOAOM, MKMOJIb/) [16].

Jnga  moaTBepXICHUS/UCKIIOUCHUSI  THIIEpPKaJb-
LUYPUH, TUICPOKCATYPUU WIM TUIEPYPUKOIYPHUHU
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MPOBOIMIN  OMOXMMHUYECKOE  MCCIIeIOBaHWE  MOYU
C WCIIOJIb30BAaHMEM DPA30BOM TOPIIUM C OIpPEIeICHU-
€M COOTHOIIEHHUS PAaCTBOPEHHOE BEIIECTBO/KpeaTH-
HUH (MMOJIb/MMOJIb) B COOTBETCTBUM C pedepeHT-
HbIM JWANa30HOM UISI KaXOOU BO3PACTHOM TIPYIIIbI
(0—6, 6—12 mec, 1-2, 2—3, 3-5, 5-7, 7—17 aer). ['unep-
dochatypus noarBepxkaaach Ha OCHOBE (hpaKIIMOHHOM
3KcKpeuun docdaros npu pesyiabrate > 15%. B cyrou-
HOl TIOPUIMM MOYM TUIEPKAJIBLUNYPHUS OIpPeneIsaach
MPY BKCKPELMU Kalblvs ¢ Mo4oil > 0,1 MMOJIb/KT/CyT,
TUTIEPOKCATTypUsT — TIpM  IKCKPEIIMH  OKCaJlaTOB
> 0,45 mmonb/1,73 M2/cyT, TUIIEYPUKO3YpUsI — IIPU IKC-
KpeLuu MoueBoi Kucaotel > 0,1 mmonb/kr/cyt [17]. Tak-
JKe OLIEHUBAJIM CYTOYHBII 00bEM MOYH C TTIOATBEPKICHUEM
MOJIUYpUU TIpU auypesde > 4 mul/Kr/d4. CTaHoapTHBIE OT-
kioHeHus (SDS) pocTa u Beca ObUIM pacCYUTaHBI C TIOMO-
1IIbIO TIpOrpaMMBI «Auxology».

D} PheKTUBHOCTL POBOAUMOI Tepalliid He paccMa-
TpUBAIACH BBULY HEOTHOPOIHOCTU KOTOPTHI.

Pasmep BBIOOpKM MpemaBapUTENIbHO HE PACCUMTHIBA-
JI. AHaJIN3 TAaHHBIX BHITIOJHEH C UCIIOJIb30BAaHUEM ITaKe-
Ta cTaTUCTUYeCKKX rmporpaMm «SPSS Statistics v. 27.01.0»
(«IBM Software») u mporpammel «MS Excel» («Mic-
rosoft»). JIns OLIEHKM COOTBETCTBMUS KOJMYECTBEHHBIX
rmokasaTeyieii HOpMaJbHOMY pacIIpene/IeHUI0 UCITOIb30-
Banu kputepuit Konmoroposa—CwmupHoBa wnu Illann-
po—Yunka. KojauyecTBeHHbIe MOKa3aTead, HMMeEIOIIue
HOpMAaJIbHOE pacIipefecHIe, OIMMCHIBAIM C ITOMOIIBIO
cpenHux apudMeTnIecKux BeauduH (M) m cTaHTapTHBIX
otkinoHeHuit (SD). B cirydae oTcyTCTBHSI HOPMAJIbHOTO
pacmpenesieHnsI KOJIWYECTBEHHBIE MaHHBIC OIMCHIBAIU
¢ TIOMOIIbIO MeauaHbl (Me), HUXKHETO 1 BEpXHETO KBap-
e (Q,; Q,). KareropuanbHble naHHbIE ONMUCHIBAIM
C yKazaHMEM aOCOJIFOTHBIX 3HAYEHUUW M IIPOIIEHTHBIX
noneit. CpaBHEHHE TMPOIECHTHBIX HOJICH IIpW aHaln3e
YeThIPEXITOJAbHBIX TaOJIUL] COMPSIXKEHHOCTU BbITIOJIHSI-
U ¢ nomoiubio Kputepust x> Iupcona. [lns cpaBHeHUs
TPYIII 1O KOJIMYECTBEHHOMY ITOKAa3aTeI0 UCIIOIb30BaTU
U-kputepuit ManHa—YutHu, kputepuit Kpackena—Yo-
jumca, t-xputepuit CtblomeHTa, 0OJHO(MAKTOPHBIA OUC-
MePCUOHHBIN aHaMu3. CTaTUCTUYSCKY 3HAYUMBIMU TIPH -
3HaBaJIM pa3INyus IoKasareseit mpu yposHe p < 0,05.

PesynbTaTtbl

B nccnenyemoii koroprte mo pe3yiabTaTaM MOJEKYIISIP-
HO-TEHETUYECKOTO HccaenoBaHus y 51 (56%) peGénka
ObUIM BBISBJIICHBI TIPUYMHHBIC HYKJICOTHIHBIC BapraH-
ThI ¢ TIpeobnaganueM B reHax CLCNYS, CYP24A1, AGXT,
HPRTI, omnucaHHble y TaUMEHTOB ¢ Ooye3Hbio JleH-
ta (OMIM 300009), IIT'O 1-ro Tuma (OMIM 259900),
WIVOIATUYECKON  MH(MAHTWILHON  TUIEpKaJbIIUEMU-
eit 1-ro tuna (OMIM 143880), cunnpomom Jlemra—Hmuxa-
Ha (OMIM 300322) cootBeTcTBeHHO. [TogpodHO 3THONO-
rvg npeacTaBiieHa B Ta0J. 1.

VY nereit ¢ X-cuemieHHbBIM runodocdareMnyecKuM
paxuToM M HeponaTUIECKUM IIUCTMHO30M Pa3BUTHE TH-
nepKaJabLMypun ¢ Tocienyomum ¢opmupoBanneM HK
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MOXHO paclieHMBaTh KaK MOOOYHBII 3((HEKT Teparnmu oc-
HOBHOT'O 3a00JIeBaHUSI, B YACTHOCTH IIpeliapaTaMu BHUTa-
muHa D, docdopa, uncreammna.

Menaunana Bospacra ooHapyxennst HK cocrasuna 16,4
[3,9; 52,2] mec: 42 (46,1%) peGEHKa ObLIM B BO3pacTe
no 1 roma, 44 (48,4%) — B Bo3pacte 1—10 net, 5 mereit
(5,5%) — crapiue 10 et (Tadu. 2). MeauaHa Bo3pacTa Ipu
rocjaegHeM HabmoaeHnu cocrasma 78 [52; 126] mec. B 1-i1
rpyrme HK muarHocTupoBaH 1mo3xe, 4eM B IBYX APYTUX (p
<0,001). 3naunmebim (p < 0,001) okazanock paznuuue CKD
Mexxny Tpemsi rpynnamu. MicxonHo cpentee 3HaueHne CK@P
BO 2-ii rpymme ObL10 HIDKe, 9eM B 1-i (p = 0,021) u 3-i1 (p
= 0,001). T'unmepkanbuMypusi IIPpA TIEPBOM HAOMIOACHUUN
npeodianaia B 1-i rpymrre (p = 0,022). [To octaabHBIM 1T0-
KazaTeJIsiM 3HAYMMBIX Pa3JIMYMil He BBISIBJICHO.

Hcxomno 13 (14,3%) nmeteit uMeln HU3KOE, AMCTap-
MOHUYHOE (DU3NIECKOE PA3BUTHE, CPEIN KOTOPBIX IIPE00-
naganu getu ¢ APTA — 2 (15,4%) n HedpomatuyecKum
LUCTUHO30M — 2 (15,4%).

PaznuaHbIe HeBpoIOrMUeCKre HAPYIIEHMUs, BXOISIINE
B cuMOTOMOKOMIUIeKC cuHapoMoB Jlema—Huxana, Bu-
nbsiMca, Jloy, otmevensl y 12 (13,2%) neteii. PanHioo ma-
HUDECTALMIO TTOPaXKEHUSI [ICHTPaIbHONM HEPBHOM CHCTEMBI
¢ Ipy0oii 3a1ep>KKOil MOTOPHOTO U TICMXOPEUEBOI0 pa3BU-
TUSI C MbILLIEYHOM runoToHueit umenu 5 (5,5%) nereii ¢ 60-
ne3nbo Jlema—Huxana. XapakrepHoe [IJisl CUHApOMa ay-
TOarpecCMBHOE TTOBeNeHNE (KyCcaHUe Ty0 1 SI3bIKa, TaJIbIIEB
pyk) npociexeHo y 3 (3,3%) neteii. Bce neTu ¢ cuHaApOMOM
Bunbsimca nMmenu B pa3BUTHM 3a1ePKKy MOTOPHOTO 1 TICH-
XOpeueBoro pa3BuTus. Y gereil ¢ cuHapomom Jloy Habto0-
JTATUCh KOTHUTUBHBIC PACCTPOMCTBA, MPOSBIISIIONIACCS MH-
TeJUIEKTYaJIbHOM HETOCTAaTOYHOCTBIO, HAPYIICHHUEM PEYM.
Takxe 2 (2,2%) neteit uMenu rpy0yIo 3aaep:KKy MOTOPHOIO
U IICMXOpeueBoro pa3sutus, muonartuio. Y 1 (1,1%) pe6en-
Ka IMarHOCTUPOBaHa CTPYKTYpHasl/(hoKaabHasl SITMIICTICHSI.

CyoopoXHBI CUHIPOM, aCCOLIMMPOBAHHBIN C MeTa-
OOJIMYECCKNM aIUIO30M U SJIEKTPOJUTHBIMH DPACCTPOIA-
CcTBaMM, OTMe4YeH B aHamHe3e y 2 (2,2%) nmereit ¢ JIPTA
1 BTOpUYHBIM cuHApoMoM ae ToHu—/le6pe—DaHKoHM.

UsmeneHue CK®, cmaduu HK y demeli
8 3a8UcuMocmu om asmuoJsio2uu
(0numenvHocmo Hab6nwoeHus 3 200a)

Y nereit ¢ MIMTENBHOCTHIO HaOmIOAeHUS 3 Troda
(n=>51)cpennee 3Hauenne CK® usmenunocnc 102,5+26,0
no 94,5 + 21,9 mu/mun/1,73 M2 (p = 0,002). Cpennee
cHmkeHue CK® cocraBuno 1,4 + 3,9 ma/mun/1,73 m?
B 1-i rom, 1,3 + 2,6 u 5,3 = 2,6 mu/mMun/1,73 m? Bo 2-i
n 3-i1 ronsl cootBeTcTBeHHO. M3MeHenne CK® yepes 3 ro-
Jla 3HAaUMMBIM OKa3ajoch B 1-ii u 3-it rpynmnax (pumc. 1).
Ha 3-m roagy HaGmiomeHus 3Hauumoro pasnuuyuss CKO
MEXIy TpYIIaMu He ObLIO.

UcxonHo 28 (54,9%), 22 (43,1%) u 1 (2%) nereit ume-
gu I, IT u III ctanuu HK cootBercTBeHHO. K 3-MYy romy
HabmoneHus nporpeccupoBanue HK ¢ I oo Il ctagum Ha-
omonanock y 7 (13,7%) nereii, co Il mo 111 — y 5 (9,8%),
clmoIll —y1(2%).
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Ta6bnuya 1. dTnonornyeckas ctpyktypa HKy geteii (n =91)

Table 1. Etiological structure of NCin children (n=91)

I'en/xpoMocomHast KomnuectBo nereit
@ il obacTh OMIM Children number
Gene/chromosomal
region i %
1-s rpynma | 1* group (n = 23)
Bonesns JleHra 1-ro Tuna CLCNS 300009 10 43.5
Dent disease, type 1
Bonesns [leHTta 2-10 THNA OCRL 300555 1 4.3
Dent disease, type 2
Cunnpowm Jloy OCRL 309000 3 13.0
Lowe syndrome
JucTtanbHbli peHaTbHBIN TYOYJISPHBIN allUI03 ¢ HEMPOCEHCOPHOM TYroyXocThio, AP ATP6VIBI 267300 2 8.7
Distal renal tubular acidosis with sensorineural hearing loss, AR
JucTanbHbI peHATbHBIN TyOYJISpHBINA anumo3 1-ro tumna, AJL SLC4A1 179800 2 8.7
Distal renal tubular acidosis, type 1, AD
T'unodocharemuyeckuit paxur, X-CUEMJIEHHbIN THTT PHEX 307800 2 8.7
Hypophosphatemic rickets, X-linked dominant
CeMeliHasi rHMmoMarHueMusi ¢ runepkansuuypueid 1 HK CLDN16 248250 1 4.3
Familial hypomagnesemia with hypercalciuria and NC
CuHapom bapTrepa, aHTeHaTalbHbIN BapuaHT, 2-T0O TUIIA KCNJ1 241200 1 4.3
Bartter syndrome, antenatal variant, type 2
I'moko30-raiakTo3Has MajababcopO1us (peHalbHas TIII0KO3ypusi, TUII B) SLC5A1 606824 1 4.3
Glucose/galactose malabsorption (renal glycosuria type B)
2-s rpynna 2" group (n = 28)
TII'O 1-ro Tuna AGXT 259900 7 25.0
Primary hyperoxaluria, type 1
WMnnonartuyeckas MHGaHTUIbHAS TUIIEPKAIbIIMEMHUST 1-T0O THIIA CYP24A1 143880 7 25.0
Idiopathic infantile hypercalcemia, type 1
Cunapowm Jlema—Huxana HPRTI1 300322 6 21.4
Lesch—Nyhan syndrome
Cunnpom Bunbsimca—boiipeHa 7q11.23 194050 3 10.7
Williams—Beuren syndrome
Hedpomnarnueckuii IuCTUHO3 CTNS 219800 3 10.7
Nephropathic cystinosis
CeMeilHas runoKajbLIMypUyecKas runepkaibiiueMus 1-ro Tuna CASR 145980 1 3.6
Familial hypocalciuric hypercalcemia, type 1
CeMeliHBIii THITEePaTbI0CTEPOHU3M, THIT 3 KCNJS 613677 1 3.6
Familial hyperaldosteronism, type 111
3-s rpynna | 3™ group (n = 40)
Wnuonatuyeckast TUIIEPKAIbLAYPUS 8 20
Idiopathic hypercalciuria
Heo6narompusiTHbI aHaMHE3 HEOHATaJIbHOTO Tleproaa (HEMOHOIIEHHOCTb, 7 17.5
UypeTrdecKast Tepamnus), JUIUTeIbHas Tepanusi BATaMUHOM D B TeparneBTUIeCKUX
J103aX ¥ BBIIIIE
Unfavourable history of the neonatal period (prematurity, diuretic therapy), long-term
vitamin D therapy in therapeutic doses or higher
Wnuonatnyeckuii cuHapoM jae Tonn—Jleope—PaHKoOHU 3 7.5
Idiopathic de Toni—Debre—Fanconi syndrome
Wnuonarnyeckuii cuaapom baprrepa 1 2.5
Idiopathic Bartter syndrome
BeposiTHas npuuMHa HEU3BECTHA 21 52.5
Probable cause is unknown
IIpumeyanue.
AP — ayTocoMHO-peLieccuBHBIi, AJl — ayTOCOMHO-TOMUHAHTHBIN.
AR — autosomal recessive, AD — autosomal dominant.
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Ta6nuya 2. cxopHble XapaKTepucTuKy (Npy nepsom Ha6nogeHun)

Table 2. Baseline characteristics (at first observation)

Mokasatens Bcero 1—;:{ rpymnmna Z-ildrpynna 3—1 rpyImnma
Parameter Total 1% group 2" group 34 group
(n=91) (n=23) (n=128) (n =40)
[Tom (M : X) 57:34 18:5 18:10 21:19
Sex (M : F)
Bo3spact Ha MoMeHT auarHocTupoBaHust HK, 16.4 [3.9; 52.2] 551[26.3; 82.4] 10.8 [3.0; 27.7] 8.7 [3.1; 35.7]
Mec

Age at the diagnosis of NC, month
TMprurHbl IepsrYHOTO 06¢nenoBanus | The reasons for the initial examination

3anepxka Gpu3nIeckoro 25(27.5%) 7 (30.4%) 9(32.1%) 9 (22.5%)
Y/WJI1 HEPBHO-MICUXUIECKOTO PAa3BUTHS
Physical and/or neuropsychic developmental

delay

Jledopmaiuy KocTe 19 (20.8%) 9 (39.1%) 3(10.7%) 7 (17.5%)
Bone deformations

PenunuBupyromue nHGEKIIUT MOYEBBIX TTyTeH 7(7.7%) — 2(7.2%) 5(12.5%)
Recurrent urinary tract infections

Tonuourcust/monnypust 4 (4.4%) 1(4.4%) 3(10.7%) -
Polyuria/polydipsia

CphIrvBaHMs U/WIY pBOTa 4 (4.4%) 2 (8.7%) 1 (3.6%) 1(2.5%)
Spitting up and/or vomiting

ApTepuanbHasi TMIIEpTeH3UsI 1(1.1%) - 1 (3.6%) -
Atrterial hypertensia

«CIIyJaiiHast HAXOIKa» IIPU PYTUHHOM 43 (47.3) 10 (43.5%) 11 (42.9%) 21 (52.5%)

YJIBTPa3BYKOBOM MCCIIEOBAHUI
«accidental finding» during routine ultrasound

examination
Cragusa HK:
NC grade:
I 50 (55%) 17 (73.9%) 12 (42.9%) 21 (52.5%)
11 39 (42.8%) 6 (26.1%) 14 (50.0%) 19 (47.5%)
111 2(2.2%) — 2(7.1%) =
Hanmmune Hedponurnasa 15 (16.1%) 2(8.7%) 7 (25%) 6(14.3%)
Nephrolithiasis presence
Hanuuue runepKajibLnypun 41 (45.1%) 16 (69.6%) 11 (39.3%) 14 (35%)
Hypercalciuria presence
Hacnencrsennas otsrouénHocts mo HK 5(5.4%) 1(4.3%) 2(7.1%) 2 (4.8%)
Positive family history by NC
HacnencrBenHast OTAroui€HHOCTH MO 18 (19.8%) 5(21.7%) 6 (21.4%) 7 (17.5%)
HedpoauTHazy
Positive family history by nephrolithiasis
CK®, mii/mun/1,73 M2 103.9 £27.4 108.6 £25.8 88.2 £31.0 1122 +27.4

GFR, ml/min/1.73 m?

SDS pocra —0.4[-1.7;0.6] —0.6[—1.9;0.7] —0.3 [-1.2;0.5] —0.8 [-1.7; 0.5]
Height SDS

SDS pocra < —2 14 (15.1%) 5(21.7%) 4 (14.3%) 5(12.5%)
Height SDS < -2

SDS Beca —1.0[-1.9; —0.8 [—4.0; 0.2] —0.7 [-1.8; —0.3] —1.2 [-1.9;
Weight SDS —0.1] —0.02]
SDS Beca < —2 22 (23.7%) 6 (26.1%) 6(21.4%) 10 (25%)

Weight SDS < —2
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P

0.123

<0.001
1-2:<0.001
1-3:<0.001

0.065

0.356
0.022
0.682

0.618

<0.001
1-2:0.021
2-3:
<0.001

0.698
0.358

0.677

0.306
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Puc. 1. U3meHeHune CKD B 3aBUCMMOCTM OT 3THONOrAN 3a 3 roga.

Fig. 1. Change in GFR depending on etiology over 3 years follow-up.
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Puc. 2. U3meHeHne CK® B 3aBUCMMOCTM OT 3TUONOrMA 3a 5 nerT.

Fig. 2. Change in GFR depending on etiology for 5 years follow-up.

UzmeneHue CK®, cmaduu HK y demeii

8 3asucumocmu om amuoJsio2uu

(onumenbHocmob HabnwoeHUsA 5 1em)

Y nereil ¢ MIUTENbHOCTBIO HabOMOAEHUS S JIeT
(n=31)cpennee 3HaueHne CK® nzmenmnocnc 104,7+23,9
no 89,6 = 25,1 mu/mun/1,73 mM? (p = 0,002). CpenHee
camxenne CK® cocrasuno 0,4 + 1,7 u 3,9 + 2,2 M/
MuH/1,73 M2 B 4-i1 1 5-i1 TOmbI COOTBETCTBEHHO. M3MeHe-
Hue CK® yepes 5 jieT 3HAUMMbBIM OKa3aJIOCh B 1-1i TpymITe
(puc. 2). Paznmuuusa B CK® Mexmy rpyrnmnaMu B 5-ii To1 Ha-
OJIIOIeHS OKA3aJIMCh HE 3HAYMMBIMMU.

Ucxomno 19 (61,3%), 11 (35,5%) n 1 (3,2%) ped6éHOK
umenu I, IT u III cranuu HK cootBerctBeHHO. K 5-My ro-
ny HaomoaeHus nporpeccupoBanue HK c I go Il ctaguu

Original investigations

610 y 8 (25,8%), co 11 mo 11l — y 4 nmereir (12,9%), c 1
oo 111 —y 1 (3,2%) pe6eHka.

UsmeneHue CKQ® y demeli c 6on1e3Hblo Jenma,
INro 1-zo muna, HegpponamuyecKkum yucMuHO30M
(0numenbHoCcMb HA6IIOO0EHUA 5 nem)

IIpocnexeno usmenenue CK® y gereit, umero-
KX 3a00JIeBaHUS C MOTCHIIMAIBHO HEOJIaronpusTHBIM
IMOYEYHBIM IIPOTHO30M C [JIMTEJbHOCThIO HaOIIOAE-
Hus 5 aet (n = 10).

Hcxonno nHuskue cpenHue 3HayeHns CK® wmme-
ym geti ¢ IO 1-ro tuma, co cHmxkenunem ¢ 87,7 £ 36,7
1o 69,7 = 20,1 min/mun/1,73 M2 (p = 0,309). OnHako cra-
TUCTUYECKM 3HAYMMBIM OKa3ajaoch n3MeHeHne CK® y ne-
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Tel ¢ 6ose3ubio denra: ¢ 123,5 £ 17,9 no 92,5 + 24,7 mu/
muH/1,73 M? (p = 0,003). Paznuuus 8 CK® B 5-ii rog Ha-
OIIIOIEHNS OKA3AINCh HE 3HAYMMBIMU.

CK® e 3asucumocmu om cmaouu HK

BnusHue HenocpeactBeHHo HK Ha dbyHKIMIO Toyek
HE3aBUCUMO OT 3TUOJIOTUM MPOMJUTIOCTPUPOBAHO COTMO-
craBreaneM CK® mpm tpex ero cramusx (puc. 4). Hc-
xomHo cpenHee 3HaueHUe CK® okazanmock Hmke mipu 11
u 111 ctanusax HK. Takke 3Ha4MMBIM 0Ka3aJa0Ch pa3indue
Mexay Tpems ctanusimu (p < 0,001).

O6cyxaeHune

YacroTa OOHaApYyXKEeHUS IPUUYWHHBIX TeHETHYECKHUX
BapUaHTOB B HallleM MCCIieNOBaHUU cocTaBuia 56%, 4to
BBIIIIE, YeM B OITMCAHHBIX K HACTOSIIEMY BpeMEHM padboTax
C MOJIEKYJISIDHO-TEHETUYECKUMU HUCCeNOBaHUSIMU. Tak,
J. Joung u coast. (YOxHnasa Kopes) onucanu 56 ciydyaen
HK, u3 koTopbIx uinb 15% cocTaBuiiv MpUYUHHBIE MyTa-
1 HK B reHax, nepeumrciaeHHbIX B 6a3e gaHHbix OMIM
[18]. I1o HalIMM JaHHBIM, B 3TUOJOTMYECKON CTPYKTYype
npeobaanarot 6oie3Hb JeHrta, IO 1-ro Tumna, uaruonaTu-
yecKas MH(MAHTUIIbHAS TUTIepKAIbLIeMUs 1-To ThIa, 00-

130
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o, 1o
= °., e [0 1 Tun
~ 2 ‘e —
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ERE .
g g ‘... p=0003
g Té. 90 Jpp——— HedponaTtuueckuit
E & Seeao - LUCTHHO3
SR 30 So Nephropathic cystinosis
S =
p=059 ()
S
70 i
p =0,309
60

Ucxomao 1 2 3
Initial

JUTHTENbHOCTD HAOMIOACHNS, JIET
Observation duration, years

Puc. 3. UsameHeHne CK®D y peTenn c 6onesHbio [leHTa, MO 1 Tna, HepponaTtnyecknm LUCTUHO30M 3a 5 neT.

Fig. 3. Change in GFR in children with Dent disease, PH type 1, nephropathic cystinosis during 5 years follow-up.

120 112,1
100 96,6
on
& "Q 80
ik
SE 60
2 E %
S 40 —
53
20 —
0
I cragus HK | II ctamus HK | I cragus HK |

I NC stage (n = 50)

Puc. 4. UcxogHble 3HaueHna CK® B 3aBucumoctu ctagum HK.

Fig. 4. Initial GFR values depending on the NC stage.

154

II NC stage (n =39)

III NC stage (n = 2)

Original investigations

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2024; 5(3): 147-157



HEBPOJIOTMYECKUI XKYPHAIT nmenu 11.0. BAOANIAHA. 2024; 5(3): 147-157

https://doi.org/10.46563/2686-8997-2024-5-3-147-157

YCJIOBJIEHHBIE TTATOTeHHBIMY BapuaHTamu B reHax CLCNS,
CYP24A1, AGXT. Ilo naHHBIM APYTUX HMCCIENOBATENEH,
npesanauposan JPTA [4, 6, 19—23]. [IpuuMHHBIX reHe-
TUYECKMX BapMaHTOB HaMM He oOHapyxeHo B 40 (44%)
ciyuyaeB u3 91, ogHako u3 Hux 15 (37,5%) uMeloT noTeH-
nuanbHble (akTopel pucka dopmupoBanus HK, takue
KaK MIOAOoNaTH4eCKass TUMCPKAIbIUYPUs, IJIUTEIbHAS
Teparnusi BuTaMmuHoM D, HemoHolleHHOCTh. 1o JaHHBIM
G. Ronnefarth u coast. (I'epmanust) u S. DOven 1 coasr.
(Typuwust), B 34% u3 152 u 38,4% u3 195 cityyaeB COOTBET-
crBeHHo HK chopmupoBacst B ucxoae uanonaTuyeckoi
runepkanbuuypuu [5, 23]. B Hallem ncciaeqoBaHUM Mpu-
yuHa HK ocranack 10 KoHiia He sicHoit y 21 (23%) peGEn-
Ka, OMHAKO CTOUT OTMETUTh, YTO TEHETUICCKIE TPUINHBI
3a00JIeBaHUSI MOTYT OBITh BBISIBJICHBI B JaJIbHEHUIIEM TIpU
MPOBEICHNUN ITOJTHOOK30MHOIO CEKBEHHUPOBAHUS W/WU
WCITOIb30BAaHUM TOTIOJTHUTEIBHBIX MOJIEKYJISIPHO-TEHETH -
YeCKHX METOIOB MCCIICIOBAHUS.

HK vare nporekaeT 6eCCUMIITOMHO U MOXET AUarHo-
CTUPOBATBCSI TIPH ITPOBEACHNH YIBTPA3BYKOBOTO MCCIIEIOBA-
HUS TTIOYEK 110 MHBIM ITPUYMHAM, TAKUM KaK PEeLIMIUBUAPYIO-
e WHQMEKIMN MOYEBBIX MyTei, MOIAYPHS/TIOJUIUIICHS,
BIM30IbI CPHITUBAHUS/PBOTHL B PAaHHEM JIETCKOM BO3pacTe,
necopmaru Kocteit. B Hateit koropre B 43 (47,3%) ciy-
yasx HK nuarHocTrpoBaH npu OTCYTCTBUY CUMITTOMOB, YTO
corjiacyeTcsl C JaHHbIMM APYTUX MccienoBaHuil [4, 23, 24].
ITpyunHOK AMArHOCTUYECKOTO ITOMCKA OOJbLIONH 4YacTu
nauueHToB (27,5%) cranm 3amepxka (U3MYECKOro /Wi
HEPBHO-TICUXMYECKOTO PAa3BUTHUSI, YTO TOBOPUT O HEO0O-
XOIMUMOCTH PACIIUPEHHOTO OOCIICIOBAaHMSI TAKUX IHETEH,
T. K. 9TOT CHMIITOM MOXET OXBaTbIBATh IIMPOKWIA CIIEKTP
WICXOMHBIX IIPUYMH, B TOM YMCJIE CBSI3aHHBIX C 3a00JIeBaHN -
sMu iodek. C HalllM UCCIeIOBAaHMEM COIIACYIOTCS JaHHBIE
A. Ammenti u coaBt. (Utamusg) u G. Ronnefarth u coasr.
(Fepmanmst) [4, 5]. Crnemyroineil 9acToil mpUIMHON 0Opa-
IIEHUST K HepoJory SIBISIMCh MH(GEKIUY MOYEBBIX MyTei
[5, 25], 9TO TakKe He MPOTUBOPEUNT HALLIUM Pe3yIbTaTaM.

CK® na moment obHapyxkenusi HK cocrasmsia
> 90 ma/mMun/1,73 M2 B 71 (78%) u3 91 ciyyaes. 3a 3 ronga
HaOmoaeHus B1-it 1 3-i rpynmnax nMejio MecTo 3HauYuMoe
cHxenne CK®. 3a 5 ner Habmonenuit chmxenune CK®
OCTalIOCh TaKXKe 3HAUYMMBIM B 1-1i rpyIine, 4To OObsICHSI-
eTcsl TpeodsagaHUeM B TpyIlre MaluueHTOB C 00JIe3HbIO
JleHTa ¢ TOTEHLUMAJIBHO HEOJATONMPHUATHBIM TIOYCYHBIM
MIPOrHO30M C TeyeHUeM BpeMeHM. Takum oOpa3om, pe-
3yJIbTATHI PSiia APYTUX UCCISIOBAHMI, YKa3bIBAIOIINX, YTO
¢ynkuusg novek pereit ¢ HK 3aBucuT ot ocHOBHOTO 3200-
JIEBAaHMSI, COMMOCTABMMBI C HAIIMMM JaHHBIMU [4, 6, 22].

Camxenne CK® B 3-ii rpymme cTaBuT Iepeln HaMu
BoIpoc o BiausiHUM HerocpenctBeHHO HK Ha yxynineHue
MOYEYHOro IMporHosa. B Hacrosiiem ucciaenoBaHUM Mpo-
aHanu3MpoBaHo cpenHee 3HadeHne CK® B 3aBucumoctu
or cramuu HK. Ucxonnbie 3HayeHusi CK® okazanuch
Hke npu 11 u 111 cragusix, 4yTo ompenensieTcsi NaTOJIOTU-
yeckuM BiausiHueM HK Ha mHTEepcTMLIMIA M KaHabLbl 0-
yek. G. Ronnefarth u coaBt. Takke y nereii ¢ HK 11 ctanum
Habmonanu 6onee Hu3kue 3HayeHuss CK® [5]. [Tockonbky
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nporpeccupoBanne HK B rpymnnax okazanoch B OoJblieit
CTENEeHU PaBHbIM, Mbl MPOCIEIWIN JUHAMUKY U3MEHEHUS
CK® mipu 60one3un Jlenra, I1T'O 1-ro tuna, HedponaTtuye-
CKOM LIMCTMHO3€, UMEIOLIMX MOTEHIUAJIBHO HeOIaronpu-
SITHBIA MOYeuyHbIM mporHo3. Ilo pe3ynabratam, 3HaAUUMMOE
camxenne CK® umeror getu ¢ 6onesnbio deHra, 4To orpe-
IeIsieT HeOOXOOMMOCTh PaHHEH TMarHOCTUKY 3a00JIeBaHNS
JIJIS1 Ha3HAYEHUsl Tepanuvu, 3aMeIISIONIe MporpeccupoBa-
Hue HK, gpnsioiierocst J0moaHUTEIbHBIM (haKTOPOM, 1O~
TEHLUMPYIOLIUM MOBPEXICHNE TTOYEUHO MTapEHXUMBbI.

3ak/ouyeHue

[lo maHHBIM HalIero IeHTpa, 3a 12-JeTHUI Iepuon
B He(bpoJOTMYEeCKOM OTaeIeHUH Hadmonasncs 91 pe6€Hok
¢ HK (1,6% ot Bcex rocnuTalu3UpOBaHHBIX AETEii), YTO
MO3BOJISIET KOCBEHHO 0003HauuTh peakoctb HK B anu-
MIEMHUOJIOTHIECKOM OTHoIeHnu. Ocoboe BHMMaHUE 00-
pamaet Ha cebs 51 cnyyaii HK, moaTBepxn€HHbIN MoJie-
KYyJISIPHO-TEHETUYECKUMU METOAAMU MCCJIENOBaHUS, UTO
SIBJISIETCSI K HACTOSIILIEMY BPEMEHU caMOM OOJIbIIION KOrop-
TOM MALIMEHTOB, ONMCAHHBIX B MUPOBOI JIMTEPATYpE.

B 6onbmuHcTBe ciydyaeB HK MoxeT He uMeTh crell-
nbudaeckoil KapTuHbel. [1o3TOMY, KpOME MOUYEBBIX CHM-
NTOMOB, HACTOPOXXEHHOCTU TpeOyeT Halndue y pebeéHKa
TaKMX MPOSIBJICHUI, KaK AedopMalium KOCTei, 3aaepxKa
(GU3MYECKOro pPa3BUTHSI, HEBPOJOTMUECKUE HApPYIICHUS
(oTcTaBaHMEe B MOTOPHOM M TICMXOPEYEBOM Pa3BUTHUMU,
KOTHUTHBHbIE PACCTPOMCTBA, ayTOArpeCCUBHOE ITOBENE-
HHE), KOTOPhIE MOTYT BXOAUTH B CUMIITOMOKOMIUIEKC OC-
HOBHOTO 3aboyieBaHus Hapsaay ¢ HK.

B cTpykType uccnenopaHHbix Hamu ciaydyaeB HK y 60J1b-
IIEH YaCTU IEeTeW HalIeHbl IIPUYMHHBIC TCHETUYECKUE Ba-
PUAHTBI, YTO OMNPEAEIISIET HEOOXOAMMOCTb ITPOBEAECHUST MO-
JIEKYJISIPHO-TEHETMYECKOT0 MccienoBaHus BceM aetsiM ¢ HK
JIJ1S1 pAHHETO TMarHOCTUPOBaHUSI 3200JIEBaHU C Bapruadesib-
HBIM ITOYEYHBIM ITPOTHO30M, B YACTHOCTH [1J151 60s1e3HU JIeH-
ta, [1I'0, cunapomos Jlema—Huxana u Baprrepa.

Kpome Ha3zHaueHUs1 MaTOreHETUYECKOM Tepanuu, He-
MaJIOBaXKHOE 3HAYCHME TSI COXpaHEHUST (DYHKIIMHU MTOYEK
MMEET CBOEBPEMEHHAsI CMMIITOMAaTUyecKasl Teparnus, 3a-
KJIIOYalolascsl B aaekKBaTHOW ruapaTtalydv, KOppeKUUu
3JIEKTPOJUTHBIX HApYLIeHUH, peryasiuuu pH mouw.

Pesynbrarhl HalIETO MCCAENOBAHMSI MTOKA3bIBAIOT, YTO
netu ¢ HK HyxpaioTcst He TOJIbKO B CBOEBPEMEHHOM nua-
THOCTHKE OCHOBHOTO 3a00JIEBaHMSI, HO W B JaJIbHENIIEM
MOCTOSIHHOM HaOJIIONEHUUM U MOHUTOPUHIE WHCTPYMEH-
TaJIbHBIX M JJA0OpATOPHbBIX IOKa3aTesiei, YUYUTbIBasl PUCK
CHIXEHUSI (DYyHKIIVY MOYEK B TOJITOCPOYHON TIEPCIIEKTUBE.

JUTEPATYPA

1. Jloitmanu D., LipirH A.H., Capkucsit A.A., pen. Jlemckas Heghponroeus:
npakmuyeckoe pykosodcmeo. M.: Jluteppa; 2010. https://elibrary.ru/
rngkrv

2. Wrong O. Nephrocalcinosis. In: Davison A.M., Cameron J.S.,
Griinfeld J., eds. Oxford Textbook of Clinical Nephrology. Oxford:
Oxford University Press; 2005.

3. Oliveira B., Kleta R., Bockenhauer D., Walsh S.B. Genetic, patho-
physiological, and clinical aspects of nephrocalcinosis. Am. J. Physi-

155

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2024; 5(3): 147-157



HEBPONOTMYECKUI XKYPHATT umenn J1.0. BADATIAHA. 2024; 5(3): 147-157
https://doi.org/10.46563/2686-8997-2024-5-3-147-157

OpwurvHanbHasa cTatbA

10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

156

ol. Renal. Physiol. 2016; 311(6): F1243—52. https://doi.org/10.1152/
ajprenal.00211.2016

Ammenti A., Pelizzoni A., Cecconi M., Molinari P.P., Montini G.
Nephrocalcinosis in children: a retrospective multi-centre study.
Acta Paediatr. 2009; 98(10): 1628—31. https://doi.org/10.1111/j.1651-
2227.2009.01401.x

Ronnefarth G., Misselwitz J. Nephrocalcinosis in children: a retro-
spective survey. Members of the Arbeitsgemeinschaft fiir padiatrische
Nephrologie. Pediatr. Nephrol. 2000; 14(10-11): 1016—21. https://doi.
org/10.1007 /5004670050065

Mantan M., Bagga A., Virdi V.S., Menon S., Hari P. Etiology of
nephrocalcinosis in northern Indian children. Pediatr. Nephrol. 2007;
22(6): 829—33. https://doi.org/10.1007/s00467-006-0425-7
Halbritter J., Baum M., Hynes A.M., Rice S.J., Thwaites D.T.,
Gucev Z.S., et al. Fourteen monogenic genes account for 15% of
nephrolithiasis/nephrocalcinosis. J. Am. Soc. Nephrol. 2015; 26(3):
543—51. https://doi.org/10.1681/ASN.2014040388

Braun D.A., Lawson J.A., Gee H.Y., Halbritter J., Shril S., Tan W.,
et al. Prevalence of monogenic causes in pediatric patients with neph-
rolithiasis or nephrocalcinosis. Clin. J. Am. Soc. Nephrol. 2016; 11(4):
664—72. https://doi.org/10.2215/CIN.07540715

Daga A., Majmundar A.J., Braun D.A., Gee H.Y., Lawson J.A.,
Shril S., et al. Whole exome sequencing frequently detects a monogen-
ic cause in early onset nephrolithiasis and nephrocalcinosis. Kidney
Int. 2018; 93(1): 204—13. https://doi.org/10.1016/j.kint.2017.06.025
Habbig S., Beck B.B., Hoppe B. Nephrocalcinosis and urolithiasis in
children. Kidney Int. 2011; 80(12): 1278—91. https://doi.org/10.1038/
ki.2011.336

Fayard J., Pradat P., Lorthois S., Bacchetta J., Picaud J.C. Nephro-
calcinosis in very low birth weight infants: incidence, associated fac-
tors, and natural course. Pediatr. Nephrol. 2022; 37(12): 3093—104.
https://doi.org/10.1007/s00467-021-05417-w

Schell-Feith E.A., Kist-van Holthe J.E., van der Heijden A.J. Neph-
rocalcinosis in preterm neonates. Pediatr. Nephrol. 2010; 25(2): 221—
30. https://doi.org/10.1007/s00467-008-0908-9

CasoctbsiHOB K.B. Cospemennsie areopummer eenemuueckoii duaeno-
cmuKU peOKux HaAcAe0CmeeHHbIX 00Ae3Hell Y POCCULICKUX NAUUEHMO8.
M.: Monurpaduct u uznaresnn; 2022. https://elibrary.ru/rduzgh
MunoBanoBa A.M., IlymkoB A.B., CaoctbsHoB K.B., 3po-
60k O.U., Bamypuna T.B., AnanbuH I1.B. u np. MccnenosaHue re-
HETUYECKUX MIPUYKMH BPOXKAEHHOTO U MH(MDAHTUIBHOTO HedpoTHYe-
CKOTO CMHIpPOMA y poccHiicKux aeteid. Hegponoeus u ouaaus. 2021;
23(1): 57—72. https://elibrary.ru/kvqirq

Oestreich A.E., Deeg K.H., Hofmann V., Hoyer P.F., eds. Ultra-
schalldiagnostik in Pédiatrie und Kinderchirurgie [Ultrasound
Diagnosis in Pediatrics and Pediatric Surgery]. Pediatr. Radiol.
2015; 45: 300—1. https://doi.org/10.1007/s00247-014-3229-0 (in
German)

Selistre L., De Souza V., Cochat P., Antonello 1.C., Hadj-Aissa A.,
Ranchin B., et al. GFR estimation in adolescents and young adults.
J. Am. Soc. Nephrol. 2012; 23(6): 989—96. https://doi.org/10.1681/
ASN.2011070705

Emma F., Goldstein S.L., Bagga A., Bates C.M. Rukshana Shroff:
Pediatric Nephrology. Philadelphia: Springer; 2022.

Joung J., Cho H. Etiology and prognosis of nephrocalcinosis accord-
ing to gestational age in Korean children. BMC Pediatr. 2023; 23(1):
451. https://doi.org/10.1186/s12887-023-04293-7

Bota S., Andrade J.V., Francisco T., Santos R. Nephrocalcinosis in
a Portuguese pediatric population. Port. J. Nephrol. Hypert. 2019;
33(1): 14-8. https://doi.org/10.32932/pjnh.2019.04.005

Shavit L., Jaeger P., Unwin R.J. What is nephrocalcinosis? Kidney
Int. 2015; 88(1): 35—43. https://doi.org/10.1038/ki.2015.76

Dogan C.S., Uslu-Gokegeoglu A., Comak E., Alimoglu E., Koyun M.,
Akman S. Renal function and linear growth of children with nephro-
calcinosis: a retrospective single-center study. Turk. J. Pediatr. 2013;
55(1): 58—62.

Ramya K., Krishnamurthy S., Sivamurukan P. Etiological profile of
nephrocalcinosis in children from Southern India. Indian Pediatr.
2020; 57(5): 415-9.

Doven S.S., Tiilpar S., Bastug F., Yildinm Z.N.Y., Yilmaz E.K.,
Cigek N., et al. A nationwide retrospective study in Turkish children

24.

25.

10.

11.

12.

13.

14.

15.

with nephrocalcinosis. Turk. J. Med. Sci. 2021; 51(5): 2564—9.
https://doi.org/10.3906/sag-2103-347

Woo H.A., Lee H., Choi Y.H., Min J., Kang H.G., Ahn Y.H., et
al. Clinical outcomes of nephrocalcinosis in preschool-age children:
association between nephrocalcinosis improvement and long-term
kidney function. Front. Pediatr. 2023; 11: 1214704. https://doi.
org/10.3389/fped.2023.1214704

Pournasiri Z., Madani A., Ghaemi A., Adl Z., Salehpour S. Long-
term effect of nephrocalcinosis on renal function and body growth
index in children: a retrospective single center study. Iran. J. Pediatr.
2018; 28(4): €22029. https://doi.org/10.5812/ijp.22029

REFERENCES

Loimann E., Tsygin A.N., Sarkisyan A.A., eds. Paediatric Nephro-
logy: Practical Guide [ Detskaya nefrologia: prakticheskoe rukovodstvo].
Moscow: LitTera; 2010. (in Russian)

Wrong O. Nephrocalcinosis. In: Davison A.M., Cameron J.S.,
Griinfeld J., eds. Oxford Textbook of Clinical Nephrology. Oxford: Ox-
ford University Press; 2005.

Oliveira B., Kleta R., Bockenhauer D., Walsh S.B. Genetic, patho-
physiological, and clinical aspects of nephrocalcinosis. Am. J. Physi-
ol. Renal. Physiol. 2016; 311(6): F1243—52. https://doi.org/10.1152/
ajprenal.00211.2016

Ammenti A., Pelizzoni A., Cecconi M., Molinari P.P., Montini G.
Nephrocalcinosis in children: a retrospective multi-centre study.
Acta Paediatr. 2009; 98(10): 1628—31. https://doi.org/10.1111/j.1651-
2227.2009.01401.x

Ronnefarth G., Misselwitz J. Nephrocalcinosis in children: a retro-
spective survey. Members of the Arbeitsgemeinschaft fiir padiatrische
Nephrologie. Pediatr. Nephrol. 2000; 14(10-11): 1016—21. https://doi.
org/10.1007/s004670050065

Mantan M., Bagga A., Virdi V.S., Menon S., Hari P. Etiology of
nephrocalcinosis in northern Indian children. Pediatr. Nephrol.
2007; 22(6): 829—33. https://doi.org/10.1007/s00467-006-0425-7
Halbritter J., Baum M., Hynes A.M., Rice S.J., Thwaites D.T.,
Gucev Z.S., et al. Fourteen monogenic genes account for 15% of
nephrolithiasis/nephrocalcinosis. J. Am. Soc. Nephrol. 2015; 26(3):
543—51. https://doi.org/10.1681/ASN.2014040388

Braun D.A., Lawson J.A., Gee H.Y., Halbritter J., Shril S., Tan W.,
et al. Prevalence of monogenic causes in pediatric patients with neph-
rolithiasis or nephrocalcinosis. Clin. J. Am. Soc. Nephrol. 2016; 11(4):
664—72. https://doi.org/10.2215/CIN.07540715

Daga A., Majmundar A.J., Braun D.A., Gee H.Y., Lawson J.A.,
Shril S., et al. Whole exome sequencing frequently detects a
monogenic cause in early onset nephrolithiasis and nephrocalci-
nosis. Kidney Int. 2018; 93(1): 204—13. https://doi.org/10.1016/j.
kint.2017.06.025

Habbig S., Beck B.B., Hoppe B. Nephrocalcinosis and urolithi-
asis in children. Kidney Int. 2011; 80(12): 1278—91. https://doi.
org/10.1038/ki.2011.336

Fayard J., Pradat P., Lorthois S., Bacchetta J., Picaud J.C. Nephro-
calcinosis in very low birth weight infants: incidence, associated fac-
tors, and natural course. Pediatr. Nephrol. 2022; 37(12): 3093—104.
https://doi.org/10.1007/s00467-021-05417-w

Schell-Feith E.A., Kist-van Holthe J.E., van der Heijden A.J. Neph-
rocalcinosis in preterm neonates. Pediatr. Nephrol. 2010; 25(2): 221—
30. https://doi.org/10.1007/s00467-008-0908-9

Savost’yanov K.V. Modern Algorithms for the Genetic Diagnosis of
Rare Hereditary Diseases in Russian Patients [Sovremennye algoritmy
geneticheskoi diagnostiki redkikh nasledstvennykh boleznei u rossiiskikh
patsientov]. Moscow: Poligrafist i izdatel’; 2022. https://elibrary.ru/
rduzgh (in Russian)

Milovanova A.M., Pushkov A.V., Savost’yanov K.V., Zrobok O.1.,
Vashurina T.V., Anan’in P.V., et al. A study of genetic causes of
congenital and infantile nephrotic syndrome in children of Russian
Federation. Nefrologiya i dializ. 2021; 23(1): 57—72. https://elibrary.
ru/kvqirq (in Russian)

Oestreich A.E., Deeg K.H., Hofmann V., Hoyer P.F., eds. Ultra-
schalldiagnostik in Pédiatrie und Kinderchirurgie [Ultrasound
Diagnosis in Pediatrics and Pediatric Surgery]. Pediatr. Radiol.

Original investigations

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2024; 5(3): 147-157



HEBPOJIOTMYECKUI XKYPHAIT nmenu 11.0. BAOANIAHA. 2024; 5(3): 147-157

https://doi.org/10.46563/2686-8997-2024-5-3-147-157

16.

17.

18.

19.

20.

21.

2015; 45: 300—1. https://doi.org/10.1007/s00247-014-3229-0 (in
German)

Selistre L., De Souza V., Cochat P., Antonello I.C., Hadj-Aissa A.,
Ranchin B., et al. GFR estimation in adolescents and young adults.
J. Am. Soc. Nephrol. 2012; 23(6): 989—96. https://doi.org/10.1681/
ASN.2011070705

Emma F., Goldstein S.L., Bagga A., Bates C.M. Rukshana Shroff:
Pediatric Nephrology. Philadelphia: Springer; 2022.

Joung J., Cho H. Etiology and prognosis of nephrocalcinosis accord-
ing to gestational age in Korean children. BMC Pediatr. 2023; 23(1):
451. https://doi.org/10.1186/s12887-023-04293-7

Bota S., Andrade J.V., Francisco T., Santos R. Nephrocalcinosis in
a Portuguese pediatric population. Port. J. Nephrol. Hypert. 2019;
33(1): 14-8. https://doi.org/10.32932/pjnh.2019.04.005

Shavit L., Jaeger P., Unwin R.J. What is nephrocalcinosis? Kidney
Int. 2015; 88(1): 35—43. https://doi.org/10.1038/ki.2015.76

Dogan C.S., Uslu-Gokeeoglu A., Comak E., Alimoglu E., Koyun M.,
Akman S. Renal function and linear growth of children with nephro-

CBefieHuA 06 aBTOpax

22.

23.

24.

25.

OpurrnHanbHasa cTaTbA

calcinosis: a retrospective single-center study. Turk. J. Pediatr. 2013;
55(1): 58—62.

Ramya K., Krishnamurthy S., Sivamurukan P. Etiological profile of
nephrocalcinosis in children from Southern India. Indian Pediatr.
2020; 57(5): 415-9.

Doven S.S., Tiilpar S., Bastug F., Yildinm Z.N.Y., Yilmaz E.K.,
Cicek N., et al. A nationwide retrospective study in Turkish chil-
dren with nephrocalcinosis. Turk. J. Med. Sci. 2021; 51(5): 2564—9.
https://doi.org/10.3906/sag-2103-347

Woo H.A., Lee H., Choi Y.H., Min J., Kang H.G., Ahn Y.H., et
al. Clinical outcomes of nephrocalcinosis in preschool-age children:
association between nephrocalcinosis improvement and long-term
kidney function. Front. Pediatr. 2023; 11: 1214704. https://doi.
org/10.3389/fped.2023.1214704

Pournasiri Z., Madani A., Ghaemi A., Adl Z., Salehpour S. Long-
term effect of nephrocalcinosis on renal function and body growth
index in children: a retrospective single center study. Iran. J. Pediatr.
2018; 28(4): €22029. https://doi.org/10.5812/ijp.22029

HukonaeBa Pacuta AnekcaHapoBHa, Bpay-neauatp, acnupaHt OTAY «HMWL 3gopoBbs geteli» MuHsgpasa Poccum, 119991, Mocksa, Poccuu,

https://orcid.org/0000-0002-5739-574X E-mail: nikolaevarasita@mail.ru

ManbueBa BanentuHa BnagummnpoBHa, Bpau-Hedpposnor OrAY «<HMULL 3gopoBbs peteit» Munsgpasa Poccun, 119991, MockBa, Poccus,

https://orcid.org/0000-0002-2440-4419 E-mail: maltseva.vv@nczd.ru

AHaHbuH MeTp BnagumunpoBuy, K.M.H, Bpau-Hedponor, CT. Hayy. coTp. Nab. pa3paboTKM HOBbIX TEXHOMOTNIA AUAFHOCTUKM U leYeHns 6one3Hei
netckoro Bospacta OTAY «HMWUL, 3nopoBba feteii» MuHsgpasa Poccun, 119991, Mockea, Poccus, https://orcid.org/0000-0003-3131-331X

E-mail: ananin@nczd.ru

MunoBaHoBa AHacTacus MuxaiinoBHa, K.M.H., Bpau-Hedpponor, Mi. Hayy. COTp. 1ab. HayUYHbIX OCHOB HEGPOYPOSION N U PENPOLYKTUBHOIO 340P0-
BbA OTAY «HMWL, 3gopoBba getei» Munsgpasa Poccun, 119991, Mocksa, Poccus, https://orcid.org/0000-0003-1615-2044

E-mail: milovanova.am@nczd.ru

BawypwuHa Tatbsina BanepbeBHa, K.M.H., Bpau-Hedponor GrAY «HMUL| 3gopoBbs aetein» MuHsgpaBa Poccmu, Mocksa, Poccus,

https://orcid.org/0000-0002-3308-3039 E-mail: vashurina@nczd.ru

3po6ok Onbra codpatoBHa, K.M.H., Bpau-Hepponor OrAY «HMUL, 3goposba feteii» MuHsgpasa Poccum, 119991, Mocksa, Poccus.

https://orcid.org/0000-0001-5010-0956 E-mail: zrobok@nczd.ru

LibirnHa EneHa HukonaeBHa, .M.H., 3aBeflylolLjasi PEHTTeHOBCKMM OTAeNIeHUEM C aHrnorpaduueckum kabruHetom OrAY «HMUL 3popoBsbs getein»
MwuH3pgpasa Poccnu, Mocksa, Poccus, https://orcid.org/0000-0002-0336-5449 E-mail. tsygina@nczd.ru

’KaHuH Unbsa CepreeBuy, K.M.H., CT. Hayy. COTP. Nab. MmeguumHckon reHommkun OTAY «<HMUL, 3nopoBba geteii» MuHsgpasa Poccun, MockBa, Poccus,
https://orcid.org/0000-0003-1423-0379 E-mail: llya_zhanin@outlook.com

MywkoB AnekcaHap AnekceeBuY, K.6.H., Bei. Hayy. COTp. Nab. meguumnHckoii reHommku ®rAY «HMULL 3gopoBba fetein» MuHsapasa Poccun,
Mocksa, Poccus, https://orcid.org/0000-0001-6648-2063 E-mail: pushkov.aa@nczd.ru

CaBocTbsAAHOB Kupunn BukropoBuy, 1.6.H., HauanbHUK MeanKo-reHeTUYeCcKoro LIeHTpa, 3aBegyiowuii n1ab. MmeamumnHckon reHommkn Oray
«HMWL, 3p0poBba geTeit» Munnsgpasa Poccum, 119991, Mocksa, Poccus, https://orcid.org/0000-0003-4885-4171 E-mail. savostyanov.kv@nczd.ru

LibiruH Anekcein Hukonaesuy, A.m.H., npod., 3aBeayowmin Hepponornyeckum otgeneHmem OrAY «<HMUL 3popoBba feteii» MuHsgpasa Poccun,
119991, MockBa, Poccus, https://orcid.org/0000-0001-6301-9313 E-mail: tsygin@nczd.ru

Information about the authors

Rasita A. Nikolaeva, pediatrician, postgraduate student of the National Medical Research Center for Children’s Health, Moscow, 119991, Russian
Federation, https://orcid.org/0000-0002-5739-574X E-mail: nikolaevarasita@mail.ru

Valentina V. Maltseva, nephrologist of the National Medical Research Center for Children’s Health, Moscow, 119991, Russian Federation,

https://orcid.org/0000-0002-2440-4419 E-mail: maltseva.vv@nczd.ru

Petr V. Ananin, MD, PhD, nephrologist, senior researcher at the Laboratory for the development of new technologies for the diagnosis and
treatment of childhood diseases of the National Medical Research Center for Children’s Health, Moscow, 119991, Russian Federation,

https://orcid.org/0000-0003-3131-331X E-mail: ananin@nczd.ru

Anastasiia M. Milovanova, MD, PhD, nephrologist, junior researcher at the Laboratory of scientific fundamentals of nephrurology and
reproductive health of the National Medical Research Center for Children’s Health, Moscow, 119991, Russian Federation, https://orcid.org/0000-

0003-1615-2044 E-mail: milovanova.am@nczd.ru

Tatyana V. Vashurina, MD, PhD, nephrologist of the National Medical Research Center for Children’s Health, Moscow, 119991, Russian Federation,

https://orcid.org/0000-0002-3308-3039 E-mail: vashurina@nczd.ru

Olga I. Zrobok, MD, PhD, nephrologist of the National Medical Research Center for Children’s Health, Moscow, 119991, Russian Federation,

https://orcid.org/0000-0001-5010-0956 E-mail: zrobok@nczd.ru

Elena N. Tsygina, MD, PhD, DSci., Head of X-ray with angiography room department of the National Medical Research Center for Children’s Health,
Moscow, 119991, Russian Federation, https://orcid.org/0000-0002-0336-5449 E-mail: tsygina@nczd.ru

llya S. Zhanin, MD, PhD, senior researcher at the Laboratory of medical genomics of the National Medical Research Center for Children’s Health,
Moscow, 119991, Russian Federation, https://orcid.org/0000-0003-1423-0379 E-mail: llya_zhanin@outlook.com

Alexander A. Pushkov, MD, PhD, leading researcher at the Laboratory of medical genomics of the National Medical Research Center for Children’s
Health, Moscow, 119991, Russian Federation, https://orcid.org/0000-0001-6648-2063 E-mail: pushkov.aa@nczd.ru

Kirill V. Savostyanov, MD, PhD, DSci., Head of the Medical and genetic center, Head of the Laboratory of medical genomics of the National Medical
Research Center for Children’s Health, Moscow, 119991, Russian Federation, https://orcid.org/0000-0003-4885-4171 E-mail: savostyanov.kv@nczd.ru

Alexey N. Tsygin, MD, PhD, DSci., professor, Head of Nephrology department of the National Medical Research Center for Children’s Health, Moscow,
119991, Russian Federation, https://orcid.org/0000-0001-6301-9313 E-mail: tsygin@nczd.ru

Original investigations

157

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2024; 5(3): 147-157


https://orcid.org/0000-0002-5739-574X
https://orcid.org/0000-0002-2440-4419
https://orcid.org/0000-0003-3131-331X
https://orcid.org/0000-0003-1615-2044
https://orcid.org/0000-0002-3308-3039
https://orcid.org/0000-0002-0336-5449
https://orcid.org/0000-0003-1423-0379
https://orcid.org/0000-0001-6648-2063
https://orcid.org/0000-0003-4885-4171
https://orcid.org/0000-0001-6301-9313
https://orcid.org/0000-0002-5739-574X
https://orcid.org/0000-0002-2440-4419
https://orcid.org/0000-0003-3131-331X
https://orcid.org/0000-0003-1615-2044
https://orcid.org/0000-0003-1615-2044
https://orcid.org/0000-0002-3308-3039
mailto:zrobok@nczd.ru
https://orcid.org/0000-0002-0336-5449
https://orcid.org/0000-0003-1423-0379
https://orcid.org/0000-0001-6648-2063
mailto:pushkov.aa@nczd.ru
https://orcid.org/0000-0003-4885-4171
https://orcid.org/0000-0001-6301-9313
mailto:tsygin@nczd.ru

	_Hlk93329714
	h3

