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AHHOTaN M

Bonesnb [lenta — X-ClierieHHasi POKCUMasibHasi TyOysonarus, obycioBineHHas myTaiusmu B reHax CLCNS (1 Tun
6one3nn [enra) wim OCRL (2 tunm GosesHu [leHTa), MPOSIB/ASETCS Y JIAL MYMKCKOTO TO/a (PKEHLWHBI SBISHOTCS
0eCCUMNTOMHBIMU ~ HOCUTENSIMM),  XapaKTepU3yeTCsl  HU3KOMOJIEKY/SIDHOW  TPOTEMHYpHEeH,  TUIepKasbLnypHeH,
He(pOKanbLIMHO30M M TIPOTPECCHUPYIOLIMM TeueHWeM C HMCXOZO0M B XDOHMUECKYIO TOYeUHYIO0 He/[0CTaTOYHOCTh. BBumy
pezikocTy GomesHu [leHTa snujeMuosiorus 3abosieBaHusl HeM3BeCTHa. I'eHeTHUeCKOe TUIMMPOBAHUE ITaTOTHOMOHUYHBIX T€HOB
PEeKOMEeH/yeTcsI MaleHTaM MY>KCKOTO I1071a ¢ HU3KOMOJIEKY/IIPHOM NpoTeHHypuel B COUeTaHWH C JIIOOBIMU IPOSIBJIEHUSMU
JUCRYHKIIMM NIPOKCUMAa/IbHBIX KaHaslblleB, He()pOKa/IbIIMHO30M, MPU3HaKaM{ paxyTa, a Takke Mal{deHTaM MY)KCKOIo Iosa
XpOHMYeCKO O0/e3HBpI0 TI0YeK HEW3BeCTHOrO TeHe3a. B crarbe rmpezcTaBieHO omnucaHde Oose3Hn [eHra 1 Tuma,
[MarHoCTHPOBAaHHOTO Y MajbudKa B BO3pacte 5 JIeT, NPOeMOHCTPUPOBaHA CJIOKHOCTh PaHHETO BBISB/EHHs 3aboseBaHMs,
060CHOBaHa HEOOXOAWUMOCTh TIPOBEJEHHUs] TeHEeTHUeCKOr0 HWCC/Ie/[OBaHUs TIPU TIOSBI€HWM MOUEBOTO CHHAPOMAa B paHHEM
BO3pacre.

KnioueBble cioBa: getu, Oone3nb [leHTa, X-cUeryieHHas TyOy/ionaTus, HU3KOMOJIEKY/ISIpHAsi TMPOTEMHYpPUS, TUIIep-
Ka/lbLIypysi, He()pOKa/bLMHO3.
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Abstract

Dent's disease is an X-linked proximal tubulopathy caused by mutations in the CLCN5 (Dent's disease type 1) or OCRL
(Dent's disease type 2) genes. It manifests in males (women are asymptomatic carriers) and is characterized by low-molecular
proteinuria, hypercalciuria, nephrocalcinosis, and a progressive course ultimately leading to chronic renal failure. Due to the
rarity of Dent's disease, the epidemiology of the disease is unknown. Genetic typing of pathognomonic genes is recommended
for male patients with low-molecular proteinuria in combination with any manifestations of proximal tubular dysfunction,
nephrocalcinosis, or signs of rickets, as well as for male patients with chronic kidney disease of unknown origin. The article
presents a description of Dent's disease type 1, diagnosed in a boy at the age of 5 years, demonstrates the difficulty of early
detection of the disease, and substantiates the need for genetic testing when urinary syndrome appears at an early age.

Keywords: children, Dent's disease, X-linked tubulopathy, low molecular weight proteinuria, hypercalciuria,
nephrocalcinosis.

BBepenue

Bonesns [enta (B[I) — penkoe HacjeAcTBeHHOe 3abo/ieBaHUe TOYEK, CLEMIEHHOe ¢ X-XPOMOCOMOM, TPOSIB/ISIOLIeeCs
HU3KOMOJIEKY/ISIDHOM MPOTeMHYpHeH, IUIepKanbLypueld, He)pOKaJbLHO30M U MPOrPeCCUPYIOIUM TedeHHeM C MCXOJ0M B
xpoHuueckyto 6ose3Hs nouek (XBIT) 5 ct. [1]. 3aboneBanue BriepBble Obi10 omucaHo B 1964 rogy C.E. Dent u M. Friedman.
IMousiTue «6one3nb JeHta» BBeeHo Wrong O.M. u coabr. B 1994 roay [2].

Hnsi Gonesnu JleHTa xXapakTepHa reHeTWYecKasi rereporeHHOCTb. B 50 - 60% cjiyuaeB OTMeYarOTCsl MyTalid B TeHe
CLCNS5 (reH x/IOpHJHBIX KaHA/IOB 5, J0Ka/iu30BaH Ha xpomocoMe Xpll, OMIM #300009), oOycnaBiuBaroiiye pasBUTHe
6one3nu Jenra 1 tuma [3]. TIpumepHo y 15% NalieHTOB BBISIB/ISIOTCS NatoreHHble BapraHThl reHa OCRL (KogupyeTt depMeHT
PIP2 5-ocdarasy, mokanmu3oBaH Ha xpomocome Xq26.1, OMIM #300555), mpuBogsume K 6onesnun [enta 2 tuma [4]. K
HacTosieMy BpeMeHU upaeHTHuUipoBaHo 6onee 300 pa3mmuHbix BapuaHTOB reHa CLCND5, u Gomee 150 BapraHTOB TeHa
OCRL, BbI3bIBarOIIMX 3abomeBanue. Y 25-35% MarjeHTOB MyTaljuy JaHHBIX T€HOB He 0OHapy)KuBaroTCs. BapuanTel de novo
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COCTaB/SIOT TIpUMepHO 12% ciiyuaeB Oone3nu [enta 1 tuma [2] u go 30% ciyuaeB 6Gomne3uu [enra 2 Ttuma [5].
PacripoctpanerHocTs B/ B HacTosilee BpeMsi OCTaeTCsl HEW3BECTHOW, UTO, BEPOSITHO, CBs3aHO C BapuabelbHOCTBHIO
K/IMHUYeCKHX CHMIITOMOB M OTCYTCTBHEM CEeMEeHHOr0 aHaMHe3a, 3aTPYJHSIONX JUarHOCTHKY.

B ocHoBe maroreHe3a BJl fieXUT reHeTHYecKoe [eTePMHHUPOBAHHOE HApyIleHWe TPaHCIOpTa B TPOKCHMA/bHBIX
KaHa/bllaX, COMpOBOXKJaemoe [edeKTOM arnuKaabHoro 3sHporuro3a [1], [5]. TTOCKOABKY HHU3KOMOJIEKY/sSpHbIe OesKu
peabcopbUpyIOTCS IIOCPEJCTBOM  peLieNTOp-OlIOCPel0BAHHOIO  SHJOLMTO3a B  KJIeTKax IPOKCHMMa/lbHBIX —KaHaJbLeB,
HU3KOMOJIEKY/ISIpHast [IPOTEUHYPUS SB/sIeTCsT 00s13aTesIbHBIM NPU3HAKOM Oome3Hu [leHTa, OTMevaromjasicsi IpakKTUYeCKH Y BCex
TNalleHTOB MY’)KCKOTO I10J1a ¥, B MeHblllel CTelleHy, Y >KeHIMH-HocuTesel. IIpumepHo B 50% ciyyaeB NMpOTEMHYPUsT MOXKET
JocTurate HepoTUdeckoro ypoBHs. OJJHaKO 1OKa3arejd CHIBOPOTOYHOTO anbOyMMHA, KaK MPaBU/IO, HOpPMasbHbIE, TI03TOMY
HepoTHUECKUI CHHAPOM OOBIYHO He pa3BuBaercs [6]. BTOPbIM 10 4acTOTe NMPU3HAKOM, BBISB/ISIEMBIM B MOYe, SIBIISIETCS
TUIepKanbLUypusi, AuarHoctupyemMast 6osee ueM y 80% mnauuentos ¢ B/J [5]. TTocTosiHHAst TUTIEPKATBLIAYPHS CO3AAET YC/IOBHS
J7isi 06pa30BaHUs KPUCTA/IIOB OKCajlaTa KajbLUs B IMOYEUHOW TKaHU (HedpoKasbLHO3) U (JOPMUPOBAHUS KaMHeH B TIOUKax
(Hedponutras). HedpokanblMHO3 uyallle MpPOSBISETCS B TOAPOCTKOBBIM MEPUO[, HO MOXKET OOHApYKMBaThCAd U Y JeTed
paHHero Bo3pacta [7]. IIoMMMO OCHOBHBIX KJIMHMUECKHX MPH3HAKOB, TakKe MOTYT IPUCYTCTBOBATh C Pa3/IMUHOM 4acTOTOH
Jpyrve CUMITOMBI AUCGYHKIMM MPOKCHMMa/bHBIX KaHasblieB (aMuHOauuaypus, (ocdarypusi, rokosypusi). OpHako
reHepasn30BaHHas [JUCQYHKLUS TPOKCUMANbHBIX KaHa/bLeB (TOMHBIA MouyeuyHbld cuHApPOM PaHKOHM) OOBIYHO He
HaOsrozaercs. Enje ofHUM OT/IMYMTENbHBIM IIpHU3HAaKoM B/ siBisieTcsi MeAjieHHO TpOrpeccupyollee CHIDKeHWe (YHKLMMA
MOUeK CO CPeJHUM CHIKEHHEM CKOPOCTH KiyOoukoBod ¢userpanyu Ha 1,5 mi/mun/1,73 m2 B roz [8]. Y HekoTOpbIX
MaLUeHTOoB, Yamie ¢ Bl 2, MoryT Hab/mrOAaThCsl SKCTpapeHasbHble TIPOSIB/IEHMs, TaKhe Kak 3aZiep)kKKa YMCTBEHHOTO Pa3BHTHS,
TUIOTOHWS, BPOXKAEHHAs KaTapakT, 3a/lepyKKa pocta, paxut [9], [10].

lenetnueckoe tectupoBanve reHoB CLCN5 u OCRL ana nogTBepxkaeHUs: KivHUUYeckoro auvarHos3a Bl 1 wim BT 2
peKoMeHJyeTCsI MaljeHTaM MY)KCKOT'O I0j1a C U30/IMPOBAHHOM U MepCUCTUPYIOLIell HU3KOMOJIEKY/ISIPHOM NPOTeUHypuel UiIn
CMellaHHOM IIpoTeMHypHUell B He(POTHYECKOM Jyana3oHe, IepCUCTHPYIOLield HU3KOMOJIEKY/ISIPHOW IIpOTeMHypuel B
COYeTaHUU C JIFOOBIMH JIOTIO/THUTETbHBIMU TIpHU3HaKaMu IUCHYHKLMN MIPOKCHMa/IbHBIX KaHaJIbLIEeB,
HedporTHa3zomM/HePpoKaIbIMHO30M, paxuToM, XBI1, a Takke mnaipeHTaM MY>KCKoro mosa ¢ XBI1 Heu3BecTHOro reHesa [5].
Hedpobuoricus nipu 6one3Hu [JeHTa He TI0Ka3aHa B CBS3U C HeCreLM(pUIeCKIMH U3MeHeHUsIMH. B MCK/TIOUNTe/TbHBIX CTydasx
OWOTICHST TIOYKM MOXKET OBbITh PAacCMOTPEHa, eC/IM TeHeTHUeCKOe WCC/IeJOBAHWE HEeNOCTYIHO, [UIsi WCK/IOUEHHUs JIPYTUX
3a00/1eBaHuI TIOYEK, TPeOYIOIUX COOTBETCTBYOLIEro eueHus [6].

Cretuduueckoidi TapreTHoW Teparuu 6omesHu [leHta He pa3pabotano. CoBpeMeHHbIE MeTO[bl JieueHHs 3ab0sieBaHusI
Halpap/ieHbl Ha CHIDKEHWE YPOBHs TUIIepKajbLIMYPUU U eé OC/IOKHEHWH, a Takke Ha 3aMelJieHHWe IpOrpecCHpOBaHUS
T1aToJI0TMUeCcKoro mpoljecca. PekomeHyeTcsl Ha3HaueHUe LIMTPaTHOM Tepanuy NPW HalW4uu He(poKasbLMHO3a/yposIuTHasa,
thocdar-comepskalliix Iperaparos (maueHTaMm c rurnodocdaremueii, IpU3HakKaMl paxyTa WIH OCTeOMasIsLUK), TIperapaToB
ButamuHa D (mipu gedwurnure copepkanust ButamMuHa D B KpoBu) mof kKoHTposieM ypoBHsS 25(OH)D B KpoBU U Cofep>KaHUst
KaJbIysl B KPOBU U Moue [5].

Llenb paboThl — JeMOHCTpaLYsi CIOXKHOCTU JUArHOCTHKY OomesHu [leHTa y AeTed [Jisi pacIUMpeHHs 3HaHWI Bpaudeit
TMeJMaTpoB U JIeTCKUX He(pOsIoroB O JaHHOM I1aTO/I0THH ¥ HeoOX0AMMOCTH vddepeHIManbHON ArarHocTuk B/l ¢ gpyrumu
3abosieBaHUsIMY, COTIPOBOXKAAIOIIMMHUCST HeOOBSICHUMOM MTPOTEeMHYpHel, ThIepKaibLypreid, He(poKaabLITHO30M

OcHoOBHBIe pe3y/IbTaThl

2.1. Knuanueckui ciaydai

Masbuuk Abayppaxman FO., 5 et 11 mecsueB poguincs ot 9 6epemennocty (5 pogos, 1 — meznabopt, 3 3amepiivie
6epeMeHHOCTH Ha PaHHMX CPOKax), 5 CPOUHBIX PofoB (omeparuBHBIE) ¢ Maccoit Tesa 3350 1, poct — 51 cm. Ha 14 Hepene
GepemeHHOCTH OblIa yrpo3a BEIKMBILIA, Ha 24 Hefene orMedasack OPBU. Ha nepBoM rofy >ku3HU Habmoascs HeBPOJIOTOM
TI0 TIOBO/Y TeprHaTa/lbHON 3HIiedanonaTiy ¢ CHHAPOMOM MBIIEYHOW AUCTOHUH, 10OpOKaueCTBeHHOH THUApoLedaiu, peako
(1-2 pasa B rog) otmeuanuck OP3, B 5 /ieT riepeHec BeTpsiHyIO ocrty. HacieAcTBeHHOCTB 110 3ab0/1eBaHUSIM OPTraHOB MOUEBOM
CUCTeMBI He OTATOILleHa.

2.2, cTopus 3a0o/1eBaHus

Briepseie niporeunypust (0,3 1/1) 6bu1a 06Hapy>keHa B Bo3pacte 1 rog (mapt 2021 T.) mpu ruiaHoBoM obcnenoBaHuu. B
Bo3pacte 1 rog 2 mecsitia Ha poHe OPBU nokasarenu nporenHypuu coctasunu 0,1-0,3 — 0,556 /71 1py HOpMa/TEHOM YPOBHE
obiero 6enka (71 r/n) u anbbymuna (41 r/m) B KpOBH, COJiep>KaHUe 3/IEKTPOJIMTOB, MOYEBHHBI, KDEAaTUHWHA COOTBETCTBOBAJIH
pedepeHCHBIM 3HaYeHUsIM, NATOJIOTMUECKUX M3MeHeHWH 1o aHHbIM Y 3U nouek He BbisiBieHO. B 2 roga 2 mecsia (maii 2022
I.) TIpY CTaljMOHApHOM 00C/IeI0BaHIM U JieueHuH 110 rioBogy OPBU 1o MecTy >KuUTe/bCTBa NpoTerHypust coctaBua 0,3 1/ 6e3
OTKJIOHEHWI OT HOPMBI TIOKa3aTe/ell pPOTeMHOrPaMMBI, 3JIEKTPOIMTOB B KpoBU. B okTsi6pe 2023 r. (3 roga 7 mecsueB) Obit
TOCTMTA/IM3UPOBaH B CTAL[IOHAP 0 MECTy >XUTE/NbCTBA B CBSI3M C UEPENHO-MO3rOBOM TPaBMOW ([MAarHo3: «ymub MSTKHX
TKaHel 3aThUIOYHOM KOCTH, COTPSICEHHe TOJIOBHOTO MoO3ra»). B o0mieM aHamm3e MOYM OTMedanach W30/MPOBAHHasI
nipotennypus (0,341-0,864 r/n), ocMoTpeH 0¢TasbMOJIOTOM ([UarHO3: «aHIMOMATHsl CeTYaTKU 10 TUIIOTOHUYECKOMY THUILY»).
ITpu ambynatopHoM KoHTposie B HOsiope 2023 roga KoHLeHTpaLus Gesika B obiiem aHanuse mouu cocrasnsiia 0,3-0,75 r/n. B
Bo3pacte 3 roga 9 mecsues (gekabpes 2023 1.) obcsieoBaH B yc/ioBUsiX Hedposoruueckoro otaeseHus [BY3 PM «/lerckas
pecriybnukaHckass kiuHuueckas OospHMia» (IBY3 PM «/IPKB») r. CapaHcka. 3a BpeMsi MpeObIBaHUS B CTaljOHape
roKasaTtend MpoTeMHypun Obimu B mipefenax 0,171-0,726 t/n, anbbymuH-KpeaTMHHHOBOe cooTHoiienue 210,37 wmr/r
(pedepencubie 3Hauenus 0,00-30.0 mr/r), cogepykanue obiero 6enka (71,9 r/n), ansbymuHa (45,37 /1) B CBIBOPOTKE KPOBU
0e3 OTK/IOHEHW OT HOPMBI, OTMeuanach runodocdaremus: 10 1,12 mmons/n (pedepeHcHble 3Hauenusi 1,2—1,8 MMOsB/J),
CKOpOCTb K1y60ukoBo dunerparmu rno ¢opmysie HIsapra 140 Ma/MUH, MaKCUMasIbHBIH y/ie/IbHBIN Bec 110 pobe 3UMHULIKOTO
1024 npu cyroudom auypese 350 mu. Ilo pesynbratam Y3U mouek BbisiBJeHbI TIPHU3HaKW MHEI03KTa3uM cripaBa (pa3Mepbl
JIOXaHKU — 7 MM, I0C/le MUKLMA — 7 MM), B PeXKHMe L|BeTHOIO JIONIIEPOBCKOTO KapTHPOBaHUsI — IMOBBIIIEHHe HH/eKca
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Pe3UCTeHTHOCTH B yCThe JIEBOM IOYeYHOW apTepud, MHTpapeHa/lbHbIM KPOBOTOK He HapyuleH. ITo JaHHBIM MHKI[MOHHOU
LucToyperporpadyy NaToyiorMyd He BbIssBAeHO. KoHCysnbTHpoBaH odTanpmosioroM (guarHo3: «OU— aHruonarvsi ceTyaTku
TUIOTOHWYECKas»), TICUXOTepaleBTOM ([MarHo3: «3aZiep’kka peueBOTO pa3BUTHS Pe3WAyaJbHO-OPraHWYeCKOro reHesa,
CUTyal[IOHHbIe HEBPOTHUYECKHEe PeaKL[»). BrImucaH ¢ AUarHo3oM: «TOKCHKO-MH(eKI[oHHasi Heporarusi, U3 TPyIIIbl PUCKa
no IgA Hedpomnatuy, GyHKIUM 1T0YeK cOXpaHeHbl». AMOY/IaTOPHO peKOMeH/I0BaH rpreM «3JibKapa» 30% (/1eBoKapHUTHH) 16
Karle/b/CyTKU B TeueHUe 2 MecsLeB.

B mae 2024 ropa (4 ropa 2 Mecsiija) Ipy KOHTPOJIBHOM 00C/Ie[IoBaHNM B Hedposoruueckom otaenennu I'BY3 PM «/JPKbB»
B 00l1l[eM aHa/IM3e MOUM COXPaHsIach W30/AMpoBaHHasl npoteunypus (1,08 — 0,527 — 0,905 — 0,440 — 0,361 r/n), anbbymuH-
KpeaTHHUHOBOE COOTHOIIIeHHe C TeHeHIUel K yBermuuenuto (210,37-312,4 mr/r; pedepercHble 3HaueHnusi 0,00-30.0 mr/r),
NPy HOpPMaJIbHOM YpOBHe o0iiero 6enka (78 r/n), anbdymuna (47 r/1) B KpOBH, KOHLIeHTpalus ¢ochopa Ha HUKHEN rpaHuLie
HopMmeI (1,2 mmonb/m), CK® o dopmyne [Ipapija 131 M1/MUH, MaKCUMabHBIN yAenbHbINA Bec 1Mo npobe 3umHuLkoro 1020
NIpU CyTOYHOM Auype3e 670 My, mo JaHHbIM Y3W mouek NpPHU3HAaKOB CTPYKTYPHOM Maroj0rvy He BhIABIeHO. IIpoBefeHa
ayauorpamMmMa (HapylleHHsl ClyXa He BBISIBJIEHO), KOHCY/IbTHPOBaH FeHeTUKOM (CaH KapuOTHII, PeKOMeH/I0BaHO MpOBejeHue
naHeu «HacnezcTBeHHble 3a60/1eBaHus II0UeK»). BhINKcaH ¢ JMarHO30M: «CTOMKasi IPOTeNHYPHsl HeyTOUHEHHas», TIpOBe/ieHa
TMK c HayuHo-uccienoBaTebCKUM KIrHUUecKuM HHeTutyToM (HMKW) repuaTpuu U AeTCKON XUPYPruv UMeHHU akafleMuKa
10.E. BesnsruiteBa (pekoMeH/j0BaHa FOCIIUTaNM3aLHs A/1s1 1000C/ieoBaHNs U OTpe/ienieHns! Ja/bHeHIel TaKTUKY BeleHus).

Ipu o6cnepnoBanuu B HUKU neavatpuu u feTckol xupypruu umenu akajgemuika FO.E. Benbruinesa B utonie 2024 roga
(4,5 roja) copepkanue Genka B Moue coctasuio 1,1 r/n (1,35 r/mM? /cyTKu), MUKPOI/I00Y/IMH/KpeaTUHUHOBOE COOTHOLIEHHE B
Moue — 421,39 wmkr/mr (pedepercHbie 3HaueHuws 0,00-30.0 MKr/Mr), BBISIBJIEHO TIOBBIIIEHWe 3SKCKpermud [, —
MuKporiobymvHa o 16000 mkr/cyTtku (pedepercHble 3nauenus 0,0-100,0 MKr/cyTku), Kanbius o 0,125 MMOJb/KI/CyTKH
(pedepercHble 3HaueHust < 0,1 MMonb/Kr/cyTku), koHLeHTpauws 25(OH)D (34 ur/mn) u naparropmona (31,8 nr/mi) B KpoBH
— B Tipefiesiax pedepeHCHBIX 3HaueHWH, oTMeueHo cHrbkeHue pCK® mo 67,2 mi/muH. ITo gaHHbIM Y3W Touek BBISB/IEH
MeJy/UIsIpHBIA HedpokasnblHO3 2 crereHd. OCMOTpPeH HeBPOJIOroM (AMarHo3: «A0oO0poKadeCcTBeHHas BHYyTpHUeperHast
TUIMEpPTEeH3Us, HEeBPOTMYECKUEe HapylleHusi»). Y MaMbl TalMeHTa [JUarHOCTUPOBAHO TMOBBILIEHWE 3KCKperuu [, —
MUKporno0ynmunHa 1o 2900 mkr/cytku (pedepeHcHbie 3Hauenusi 0,0-100,0 MKr/cyTKu), M0 AaHHBIM Y3 TOUeK MaTo/oruu He
BBISIBJIEHO.

YunTeiBasg TIOBBILIEHWe YPOBHS [, - MHKpOIIOOyMHAa B MOYe, JMarHOCTUPOBaHWe MpOTeMHypuu ¢ 1 roja
HU3KOMOJIEKY/IIPHOTO XapakTepa, Haluuue KaJbLMyPUM W MeIy/UISIPHOrO He(poKaJbLIMHO3a 3arofo3peHa Oose3nb [leHTa,
HarpaBieH B Mejguko-reHeTnueckuid HayuHbeld LeHTp (MI'HII) umenu akagemuka H.II. BoukoBa ji1d mnpoBefeHus
reHeTUYeCKOro aHanusa. HasHaueHa peHoONpoTeKTuMBHas Tepanus (SHanmampun 1,25 mMr 1 pa3 B JeHb), C
AQHTUKPUCTAJUTypUUeCKol 1enibio — «Bnemapen» (kanusi ruzipokapboHaT+IMMOHHas KuciioTa+Harpus uutpar) 0,125 3 pa3a B
JieHb.

IMpu noeTopHOM 06c/enoBanuy B HUKW mneguatpuu U JeTCKOM XWUpypruu uMmeHu akajemuka FO.E. BesbTuiesa B
¢eppasne 2025 roga (4 roga 11 mec.) auarHoctupoBaHa ¢ocdarypusi: KaHanbleBast peabcopbuus ¢ocgara (TPR) cocraBuma
59% (pedepeHcHbie 3HaueHus (85-95%), moueuHbli mopor peabcopbuyu docdara (TmP/GFR) — 0,77 mMmosb/n
(pedepencHrpie 3Hauenus 1,05-1,78 mmonb/n), runodocdaremus o 1,28 mmonb/n (pedepeHcHble 3Hauenust 1,33-2,19
MMOJIB/J1) TIPM HOPMaJIbHOM aKTUBHOCTU IesiouHod docdaraser (201 Epn/m; pedepencHbie 3Hauenuss 93-309 En/n),
naparropMoHa (16 mr/mn; pedepeHcHble 3HaueHus 16,0-62,0 Tr/mm), OTCYTCTBUH PEHTI€HOJOTMUECKUX IPHU3HAKOB
aKTUBHOCTM paxuta. OTMeueHO yMeHblleHHe BbIPAKEHHOCTH MHUKPOaIbOyMUHYPUH (MHKpOans0yMUH/KpeaTHHHHOBOE
cootHotienne 421,39 — 380 MKr/mr), yBesiMueHHe CKOpPOCTH KiyboukoBod ¢unbTpaimu (pCK® 64-81 wmin/mun).
PeKoMeH/I0BaHO TIPOJO/IKUTL TPUEM SHA/IANpuUIa C MOCTENeHHbIM MOBBILIEHHEM fI03bl 0 5 MI/cyTKu (6,94 Mr/m*/cyTKu), C
AHTUKPUCTA/UTYPUUECKON 1]e/IbI0 Ha3HaueH «PoBaTWHEKC» (aHeToH + OGopHeon + kamdeH + nuHeH + (DeHXOH + IUHEOo)
TPEXMECSUHBIMU KypCaMu, uepeays ¢ rpuémom «biemapena» (Kamust rujpokapboHar + JMMOHHAs KAC/IOTa + HAaTPUsI LIUTPar)
MeCSTYHBIMU KypCaMU.

OuepeHoii pa3 0bLT rocruTanusvpoBad B HUKW reauaTpyu ¥ eTCKON XUPYPryuu uMenu akajgemuika FHO.E. Benbruiera
yepes 6 mecsieB (ceHTs0pb 2025 roza; 5,5 net). ITo pe3ynbTaTaM MOTHOTEHOMHOI'O CEKBEHHPOBaHus, TIpoBeeHHoro B MI'HI],
M. H.I1. BoukoBa BbisiBieHa myTauusi B reHe CLCN5 (chrX:50086328G>T) B reMU3UroTHOM COCTOSIHWMM, MPUBOJSAIIMN K
mucceHc-3ameHe (NM001127898.4: ¢.1015G>T, p.(Val339Phe), BeicTaBneH auarto3: «bosiesnp [enta I tun. XBIT C2A3».
OC/IOKHEHUS: «KaJIbLIMHATBI MeY/IUIIPHOTO C/I0sl TIOUeK». YUWThIBasi coXpaHeHue npoTtenHypuu o 1,6 r/n (1,68 r/cytku), B2
— wmukpornobymvHypun (18664 Mkr/cytku; pedepencHbie 3Hauenusi 0,0-100,0 MKr/cyTku), runepkanbuuypuu no 0,242
MMOJB/KT/CyTKU  (pedpepeHcHble 3HaueHWss < 0,1 MMOJB/KT/CyTKW), TIPOZO/DKEH TIPUEeM 3JHajafpuia C TIOCTelleHHBIM
TOBBIILIEHHEM [I03b1 10 6,7 Mr/mM*/cyTku (5 Mr/cyTku) «PoBaTvHeKca» (aHeToH + GopHeon + KamdeH + MUHeH + (eHXOH +
LuHeos1) o 1 karcysne 2 pasa/CyTKu TpPEXMeCSYHBIMU KypcaMU C IlepephiBOM B TeyeHue 1 mecsiua. B cBsisu ¢ coxpaHeHneM
tdocdarypuu (TPR) 83%; TmP/GFR) — 0,98 mmosns/n), rurodocdaremun (1,18 MMOJIB//T) pellleHHeM KOHCHIMYMa Bpauei
HUKW neauatpuu 1 AeTcKoil xupypruu nMeHu akafemuka FO.E. Benbruinera ot 23.09.2025 roga HasHaueH «PenykTo
crietivan» (Kaauid [BYOCHOBHOM Qocdat/HaTpuit AByocHOBHOM ¢ocdar aguruapar) u3 pacuera 11 MI/KT/CYTKA 10
snemeHTapHomMy docdopy (1/4 Tab. 4 pasa B fieHb).

B cBs3u ¢ moBeimeHneM ypoBHsS ¢ocdopa B kpoeu A0 1,97 mmons/n (pedepeHcHble 3Hauenns 1,2—1,8 Mmosibs/m) yepes
MecCsI] OT Hadajia TprieMa Tiperiapara fio3a «Penykro crieruiasi» (Kaivii AByOCHOBHOU (ocdar/HaTpuii JBYOCHOBHOM docdar
nuruapar) 6biia ymeHbiiieHa o 8,3 mr/kr/cytku (1/4 Tab. 3 pasa B [ieHb) C Moc/eaytoiiei (uepes 2 Hefien) MOJTHOM OTMeHOM
M3-3a COXpaHeHHs! TIOBBIIIeHHOTo YpoBHs ocdopa B KpoBH (1,77 MMornb/n). B HacTosiiiee BpeMsi MpUHUMAeT 3Hasarpun 2,5
mr 2 pasa B JeHb (6,7 Mr/m%/cyTku), «PoBaTMHEKC» (aHeToH + GopHeos + KamdeH + IuHeH + (eHXoH + LHeon) 1o 1 karcyse
2 pasa/CyTKH TpEXMeCsYHBIMU KypcaMy C 1epepriBoM B TeueHHe 1 Mecsia. Coziep>kanre B KpoBH obiiero Gesika, ans0ymrHa,
Kasblys, IeouHoi ¢ocdarassl, maparropMoHa B Ipefiesiax pedepeHCHbIX 3HaueHui. KoHueHTpauusi ¢docdopa B KPOBU OT
29.01.26 . 1,63 mmonb/n (pedepeHcHbie 3HaueHus 1,2—-1,8 mmonb/n). CopepkaHue Oenka B MOue C TEHJEHLMEH K
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ymenbieHuto (1,6-0, 722 r/n.) OuepepHasi TwiaHoBasi rocnivranu3auus B HUKU nepguaTpuy U JeTCKOW XUPYPrUM UMeHH
akaziemuka FO.E. Benpruiesa 3aniaHupoBaHa Ha anpesbs 2026 T.

O0cyxaenue

Bone3Hs [leHTa MMeeT reTepOreHHy MOJIEKY/ISPHO-TeHEeTUYeCKY0 OCHOBY, KIMHUYECKH TMPOSIB/SETCS y JIUL MY>KCKOTO
noma. B coorBeTcTBUM ¢ X-CLEIUIEHHBIM THIIOM HAC/Ae[OBAHUS TATOJOTUM JKEHIWHBI SIBMSIOTCS  OO/UraTHBIMU
OeccUMIITOMHBIMU HOcUTe/IsIMU 3aboneBanus. [1e60T MOuUeBOro CHH/pOMA BbISB/SETCS, Kak IPaBWIo, B Bo3pacTe 3-5 JieT
[11]. PaHHIOO AMArHOCTHKY 3ab0JieBaHus 3aTPYAHSIOT OCTAaTOUHO CKyHbIe HecreluHuHble KIMHUUeCcKye MposiBieHus [12].
ITepBbiM TpU3HaKOM 3a0osieBaHUSs, Hepeako, SBASeTCS CIydailHO oOOHapy)KeHHas IIDOTEMHYpUs, SIBIISIOLLAsCH,
MPEUMYIL[eCTBEHHO, HU3KOMOJIEKY/IApDHOM U oTMeuaeTcss y 100% marueHToB, B OOJBIIMHCTBE C/Iy4yaeB COYETasiCh C
runepKaibLypueli, HepoKaabL{MHO3 oTMeuaeTcsi B 75% ciydaeB [1]. Bosee yem y Tpetu maiueHToB C B/l BBISBSIOTCS
CHWKeHHe TyOymsipHOH peabcopbuuu Gocdato, yponuTras, aMUHOALMAYPYs, paxuTuueckue gedopmanyu kocreit [9], [10].
XapakTepHoH 0COOEHHOCTHIO SIBJISIETCS TIporpeccupytoiee TeueHue. Vicxom B XBIT 2 cTaguu B IETCKOM BO3pacTe OTMEUEHO y
45% ManpuuKoB ¢ 6onesHbio denta 1 tuma [13]. XBIT 5 craguu y nauyenToB ¢ BT 1 passuBaercs y 30-80% /L] My>KCKOTO
nosia B Bo3pacte 30-50 set. ITpu 2 ture B/ XBI1 5 ctaguy pa3BuBaeTcs B Bo3pacTe 10 20 yieT y 70% toHored [1].

B nipezicTaBneHHOM KIMHAYECKOM Cllyuae NepBbIM IposiBiieHreM BJl 6bl1a M30/11MpoBaHHAs IPOTEUHYPYs], BbIIB/IEHHAs B
Bo3pacTe 1 rof mpH IiaHoBoM 00c/efoBaHUM 0e3 M3MeHeHHI CO CTOPOHBI KOCTHOW CHUCTeMBbl, OOXUMHUECKHUX T0Ka3aTenei
KpOBU (HOpPMaJIbHBIN YpOBeHb 001jero Oeska, anb0ymMuHa, 37€KTPOJIMTOB, MOYEBHHEI, KpeaTHHUHA B KPOBH), OTSTOLEHHOTO
aHamMHe3a TI0 3abojieBaHUsIM ToueK. HacTopaXuBaromuM (aKTOpOM BepOSTHOCTH BPOKIEHHOW WM HAac/ie[CTBEHHOM
TIaTOJIOTHY ToueK ObUT CTOMKUI XapakTep MPOTEUHYPHH, C JOCTaTOYHO paHHeH MaHudecTaryed (KoHeL| IIepBOro rofia >KU3HH).
B cBsi3u ¢ uem pebeHOK Obin HarpaeseH B HUKU neguaTpuu U IeTCKOW XUPYPruu MMeHH akazemuka FO.E. BenbTuinera, rie
ToC/Ie AMarHOCTUPOBAHUS HU3KOMOJIEKY/ISPHOW TIPOTEMHYDUM B BHJE TOBBILIEHHON SKCKpeluy [3; — MUKpOrIo0OysivHa,
TUnepKanbLUypun U HepoKasblHO3a, Oblia 3amozo3peHa OonesHb [leHTa ¢ mocsefyrolield Bepudukalyell B pesyabTare
TMIOJIHOTEHOMHOIO  CeKBeHMpoBaHMs. OOpailjaeT BHHUMaHHe OTCYTCTBHME CeMeMHOI Mpe/pacrioNoKeHHOCTH K I10YeyHOH
narosiorud. OfHAKO y MaMbl MajlbuMKa TakKe Oblna BbIsSB/IEHA HU3KOMOJIEKY/sIpHas NPOTEMHYpPHUS B BHJE IMOBBILIEHHOH
9KCKpeuu 3, — MHKpOIVIOOY/IMHA, UTO CBHZETEe/BCTBYeT O BEpPOSTHOCTH TOTO, YTO Mama IaljueHTa sIB/ISIeTCS HOCHTe/eM
6one3nn [lenrta. YactoTa BBISIB/IEHHUs HU3KOMOJIEKY/ISIDHON TIPOTEMHYPUM Y JKeHIIWH-HOcutesed B/l 3aBUCHUT OT CTereHH
WHaKTUBALMU X-XPOMOCOMBI. B JMarHOCTHUeCcKod MpakTHKe MaTepyu MajbuhkoB C B/l paccMaTpuBAarOTCS Kak OOIWraTHble
HOCHTE/H, Y KOTOPBIX HU3KOMOJIEKY/ISIpPHAs POTEMHYPHUSI MOXKET OBbITb €IUHCTBEHHBIM, YaCTO CYyOK/IMHUUYECKUM TMPU3HAKOM
3abonesanus [1], [7].

3ak/rouenune

Bonesnr [leHTa — 3T0 pefkoe HacieACTBeHHOe (X-ciereHHOoe) 3a0osieBaHUe IIOYEeK, KOTOPOE YacTO OCTAaeTcs
CBOEBpeMEeHHO He/JarHOCTUPOBaHHBIM H3-3a CTEPTON K/IMHHUeCKOl KapTrHbL. Hanbosiee paHHUM U 06513aTe/IbHBIM NTPHU3HAKOM
3ab0/1eBaHuUs SIBJISIETCSl HU3KOMOJIEKY/ISIDHasi TIPOTEMHYpUsi 0e3 He(pOTUYECKOrO CHHAPOMA, BbISBIEHHAs, KaK IIpaBHJIO,
CJTy4yalHO, YaCTO COYeTaroLasicsl C TUIepKaabLypueit 1 HedpoKaabL{uHO30M. [Ipy BhISBI€HNM CTOMKOTO MOYEBOrO CHHZpOMa
y AeTel, 0cOOEHHO B PaHHEM BO3pacTe W COTIPOBOXKAAFOLIEr0Cs CeMeHHOM IMpe/ipaciioNoKeHHOCThIO K TOUeYHOW MaTosIOrvH,
Heo0OX0IMMO 3aro/[03pUTh HAaC/IeJICTBEHHYHO TTAaTOJIOTHIO TIOUEK C TPOBe/IeHHEeM FeHeTHUECKOTr0 UCC/IeJOBAHUSI.
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