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Annoramusa. bone3ns [leHta 2-ro Tuma npeacraBisieT co00i peaKoe HacaeaCTBEH-
Hoe 3abojieBaHUe, OTHOCSIIEeCs K IpyIne TyOyaomnaTuii, nepenawlieecs CUENIeHHO
¢ X-XxpoMocoMoii 1 o0yciioBieHHOe MyTauusMu B reHe OCRL. 3aboneBaHue XapaKTe-
pu3syeTcs HapyllleHueM (byHKIMU IMTPOKCUMAaIbHBIX KaHaJblIeB He(POHA U MPOSIBISIETCS
HU3KOMOJIEKYJISIPHOI MTPOTEUHYpUE, TUNepKaIbLnypueii, He(poKaJbIIMHO30M, Hapy-
meHueM pocdopHoro ooMeHa, peHalbHOM OcTeonaTre U MPOrpecCUpyOIINM CHUKEHU -
eM byHKuuM rmovek. KiimHuueckue mposiBeHUSI BApbUPYIOTCS B 3aBUCUMOCTH OT BO3pac-
Ta 1e010Ta U BBIPAXKEHHOCTU TYOYJISIDHBIX HApylIeHUI. B HEKOTOPBIX Cllydasix BO3MOXKHbI
9KCTpapeHaJbHbIE TTPOSIBICHUSI, CXOIHbIE ¢ CUHIpoMoM Jloy. PaHHSISI nuarHocTrka ume-
eT pelliarolee 3HaueHue /11 CBOeBPEMEHHOTr0 Havalla Teparnyy 1 3aMelJICHUsI IIPOTrPecCcu-
poBaHus 3a6ojeBaHus. ['eHeTUYeCKoe TeCTUPOBaHKE TTO3BOJISIET MTOATBEPAUTD AMarHO3,
OInpeneauTh TUM 0osie3HU [IeHTa U MPOBECTH aAeKBaTHOE TeHETUYECKOEe KOHCYJIbTUPO-
BaHUe ceMbH. B HacTos1Ieli padoTe npeacTaBiaeHbl KIMHUYECKUE Caydau ABYX OpaTheB
9 u 7 net ¢ 6one3Hbio JleHTa 2-ro Tuna. [lanueHTs HabaOaaIMCh HEDPOIOrOM B CBSI3U
C BBISIBJIEHHOM CTOMKOI MpOTenHypueit, Turepkaibuuypueii. [IpoBeneHHoe MOJIEKYISIp-
HO-T€HETUUYECKOE UCCIIeIOBaHUE BbISIBUIIO MyTaLMIo B reHe OCRL, moaTBepXKaarolyo 1u-
arHo3s. Jletu mojy4yaroT He()ponmpoTeKTUBHYIO Tepanuto. Ciiydan WITIOCTPUPYIOT TPYIHO-
CTHU B IIOCTAaHOBKE AMArHo3a Mpu OTCYTCTBUU CIeU(UUECKUX KIMHUYECKUX TPOSIBICHUI
U HEOOXOAUMOCTh MYJIbTUAMCLUMITIMHAPHOTO Moaxona. Ocoboe BHUMaHUE ClAeAyeT yae-
JISITh AETSIM C HEOOBSICHUMOI TTPOTEUMHYPUE U HApYIIEHUSIMU MUHEPAJIbHOTO OOMEHa,
YTOOBI CBOEBPEMEHHO 3aI10I03PUTh 3a00JIeBaHUE U ITPOBECTU YTOUHSIIOIIYIO IMarHOCTUKY.

KoueBble cioBa: 60e3Hb deHta, mytauus, OCRL, npoTeuHypusi, TyOyionaTus, He-
¢GpoKanbLUHO3
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BaarogapHocTi. ABTOpPBI BhIpaxkaroT 0JlarogapHoCTh JIeTCKoil roOpoaCKOoil KIMHUYe-
ckoit 6onbauie Ne 9 (ExkaTepunOypr) B smile riaaBHoro Bpada M. I1. Orapkosa 3a mpe-
JIOCTaBJIEHHBIE BO3MOXHOCTHU ISl TUATHOCTUKU, JICYEHUS] U TUHAMUYECKOIo Habone-
HUSI TALMEHTOB, COTPYIHUKOB JIA0OPATOPUH MOJIEKYJISIPHO-TEHETUIECKOM TUAarHOCTUKU
3a POBEICHUE TEHETUYECKOTO TECTUPOBAHUS M MHTEPIIPETALIMIO PE3YJIBTATOB, KOJLIEKTHUBA
HehPOJIOToB, TIeIMATPOB U CPEAHETO MEIULIMHCKOTO ITePCOHAaIa 3a KBaIUMUIIMPOBAHHYIO
TOMOIIIb B COOpe aHAMHECTUYECKUX JaHHBIX U IIPOBEIEHUM KOMILIEKCHOT'O O0C/IeIOBaHMS
nanueHToB. KpoMe Toro, aBTopbl 6J1arogapsIT CeMbIO IMalIMEHTOB 32 COTPYIHUYECTBO M MH-
(bopMHpoOBaHHOE COTIaCKe Ha UCITOIb30BaHUE KIMHUYECKUX TaHHBIX B HAYYHBIX LEJISIX.
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TYOYJI0TIaTHsI B TPaKTUKE MearaTpa: KIMHUIECKUH cirydaii 6oe3nu JleHTa 2-ro Tuma y uie-
HOB ofHOU cembu. Becmuux YTMY. 2025;10(3):e00176. DOI: https://doi.org/10.52420/
usmumb.10.3.e00176. EDN: https://elibrary.ru/JXURZH.
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Abstract. Dent’s disease type 2 is a rare X-linked inherited tubulopathy caused by mu-
tations in the OCRL gene. The disease is characterized by dysfunction of the proximal re-
nal tubules and presents with low-molecular-weight proteinuria, hypercalciuria, nephrocal-
cinosis, disturbances in phosphate metabolism, renal osteopathy, and progressive decline
in kidney function. Clinical manifestations vary depending on age at onset and severity
of tubular dysfunction. In some cases, extrarenal symptoms similar to those observed in
Lowe syndrome may occur. Early diagnosis plays a crucial role in timely initiation of ther-
apy and slowing disease progression. Molecular genetic testing is essential for confirming
the diagnosis, identifying the specific mutation, and providing accurate genetic counseling
for the family. This article presents clinical cases of two brothers aged 9 and 7 years diag-
nosed with Dent’s disease type 2. Both children were followed by a pediatric nephrologist
due to persistent proteinuria and hypercalciuria. Molecular genetic analysis revealed a patho-
genic mutation in the OCRL gene, confirming the diagnosis. The patients are currently re-
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ceiving nephroprotective therapy. These cases illustrate the diagnostic challenges associat-
ed with Dent’s disease in the absence of specific clinical signs and highlight the importance
of a multidisciplinary approach. Special attention should be paid to children presenting with
unexplained proteinuria and disturbances in mineral metabolism in order to promptly sus-
pect Dent’s disease and initiate appropriate diagnostic evaluation.

Keywords: Dent’s disease, mutation, OCRL, proteinuria, tubulopathy, nephrocalcinosis
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BBegenme

bonesns JlenTa 2-ro Tuna (BJ1-2) oTHOCUTCS K pekoii (hopMe pelieCCMBHBIX Ha-
CJIeICTBEHHBIX X-CIEIUICHHBIX TYOY/IOIMaTHii C MOBPEXIEHNEM IIPOKCHUMAaJIbHBIX Ka-
HaJIBLIEB, IIPUYMHBI €€ Pa3BUTHUSI HEM3BECTHHI [ 1—3, 5]. DTa HO30JI0TMSI BCTpEeUaeTCsI
JIOCTaTOYHO PEIKO, OHA JaKe He BKIIIOUEeHA B KIIMHMUECKUE PEKOMEHIAIINY I10 TYOY-
JIOIIATHUSIM Y IeTelt, a Teparus opuiLnaibHO He yTBepXkaeHa. KimmHnyeckast KapTuHa
Bb/I-2 paznoob6pa3Ha, HanboJIee YacThle CUMITTOMBI HeCTIeLIM(PMIHBL: ¢1ab0CTh, 00e-
3BOXXMBAHUE, KOJIeOaHMS apTeprUaIbHOIO NaBJIESHMS, IIOJINYPHs, TUTIOTOHMS MBIIIIII,
XapaKTepHbIe AJIl paXyMTa CUMIITOMBI, HU3KUIA pocT [1, 2, 4, 6]. XapakTepHbI TAKKE
J1abopaTOpHBIE TTOKA3aTeIM, KaK HU3KOMOJIEKY/ISIpHAS IIPOTEUHYPYSI, TUIIEPKaJlb-
mypus 1 pocdarypus. JlnarHocTruka BecbMa 3aTpyIHUTEIbHA, Bedb HE B KaXKIOM
JIabopaToOpUM OMPEIeISTIOT HU3KOMOJIEKY/ISIPHYIO IIPOTEMHYPHIO, a TAKKE PEIKO
MIPOBOIST PAaCIIMPEHHOE TEHETUIECKOEe UCCIeAoBaHNe Ha MyTaluio B reHe OCRL
[1, 2, 6—8]. CBsA3b ¢ reHETUYECKMMU HAPYLIEHUSIMU MOXKHO OOHAPYKUTb, €CJIN TIe-
IHATp MPOSIBUT UHTEPEC M HACTOPOKEHHOCTD M3-3a IINTEJIbHOIO MOYEBOIO CHH-
IIpoMa, He TTOAJAIoIIero CUMIITOMAaTHIeCcKoM Teparuu [1, 2, 5, 8].

1lenb pabomer — TIpenCTaBUTD OIMCAHKE IBYX KIIMHUYECKNX cirydaeB b/1-2, BbI-
SIBJIGHHBIX B OTHOI CEMbe y €IMHOYTPOOHBIX OpaTheB, C 0030POM JIMTEPATYPHbBIX
JIAHHBIX, TI03BOJISIONINX OIMPATHCsI Ha COBPEMEHHbII OITBIT IpoBeneHUs audde-
pPEeHLIMATBLHON TUaTHOCTUKHY U JICYCHMUSI.
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Marepman bl 1 MeToAabl

ITpoBeneH aHanM3 MaTepruaaIoB 00CIeTOBAaHUS 1 HAOTIOAEHNS NUCTOPUM O0JIe3HU
eIMHOYTPOOHBIX OpaTheB ¢ BJI-2, poAMBILIMXCS OT OAHOM MaTepU, HO Pa3HbIX OTLIOB.

PesynbraTtbl

KnuHnueckoe HabnogeHue 1

Bonbnoit M., 9 net 11 mec. PedbeHok ot 1-it 6epeMeHHOCTH, TTPOTEKAaBIIIEH,
CO CJIOB MaTepH, Ha (hoHe TPOTEMHYPUH, OTIepaTUBHBIE poabI B 41-10 Hememo, 3a-
Kpuuaj cpasy, Macca npu poxaeHuu 3400 r, miuHa 51 cm. PeGeHoK pa3BuBaii-
Cs1 COOTBETCTBEHHO BO3pacTy, B 1 Tol IepeHec OCTPYIO THOMHO-IeCTPYKTUBHYIO
MPaBOCTOPOHHIOIO THEBMOHMIO, OCJIOXKHEHHYIO ITMOMTHEBMATOPAaKCOM, IbIXaTe/Ib-
HOI HEeJOCTAaTOUYHOCTHIO, aHeMuell 2-11 cterieHu. [IpoBeaeHo onepaTuBHOE Jieue-
HUE T0Jl 3HI0TpaxeaJlbHbIM HapKO30M: TOPAKOCKOMMYECKUI aAreoan3uc, caHa-
LM TIIeBpaJbHOM TTOJIOCTH CIIpaBa U aHTHOaKTepuaabHas Tepanusa. B 1,5 roga
BIIEPBbIE BbIsIBIEHA MPOTEeMHYPUs 10 1 1/1. U3MeHeHus B aHaIM3e MOUYM COXPaHsI-
JIUCh JUIMTEJbHOE BpeMsi, HO Ha IIpreM K HedpoJiory peOeHOK IpHUILIe] C MaTepbio
TOJIBKO B 3,5 Troia — peKOMEHIa1us IIPOBECTU 00C/IeI0BaHUE B YCIOBUSIX CIIeIMa-
JIM3UPOBAHHOTO CTAallMOHAapa; coxXpaHsuiach rporerHypus 0,50—1,89 r/n, B KpoBu
OTMeYaJioCh MOoBbIIIeHUE YpoBHSI C-peakTUBHOIO 6ej1ka 10 27,4 Mr/i, XoJaecTepu-
Ha 10 8,24 MMOJIb/J1, B TIpo0Oe 10 3MMHUIIKOMY YAEIbHbII BEC MOYU He TIPeBbIIIal
1002—1005 r/mi, 3adukcupoBaHa cyrodHas rporeunypus 1o 1,99 r/c. Ilo naH-
HbIM UMMYHOTPaMMBbI ObLJIY ITOBBIIICHBI LIMPKYIUPYIOIINE UMMYHHbBIE KOMILIEKChHI
(IMK) mo 113,00 Ex. ITpu ocMOTpe 0TOPUHOIAPUHTOJIOTOM OOHAPYKEHBI aeHOMIBI
2-1i CTeTeH!, TUIIepTPOUSI MUHIAIMH; CTOMATOJIOTOM BBISIBJIEH MHOXKECTBEHHBII
OCJIOXKHEeHHBIN Kapuec. C y4eTOM BbIPaXKeHHOCTY ITPOTEUHYPUU HE(POTUUECKOTO
YPOBHSI I UI3MEHEHUI B OMOXMMUUYECKOM aHaJnu3¢e KPOBU Ha3HAUYEH IPEIHMU30JI0H
B no3e 2 Mr/Kr B cyTku. IIpoBeneHHass ropMoHaibHas Tepanusl (TITI0KOKOPTHUKO-
cTepoMIaMM) B TeUeHHUE 3 MecC. He Jajia oxXXKumaeMoro aekTa, B CBSI3U C YeM pe-
OEHOK ITOBTOPHO FOCIUTAIM3UPOBAH ISl JOOOCIeI0BaHUS U ITPOBeAeHUSI MOp(do-
Jlormyeckoro oocnenoBanus (Heppodbuoricun). B aToT mepuon rmo 1abopaTopHBIM
JTAHHBIM COXPAHSIUCh U3BMEHEHUST, XapaKTepHbIe 11 HE(PPOTUIECKOTO CUHIPOMA:
npoteuHypus 1o 0,75 r/n, cyrouHast mpotenHypus a0 1,3 1/, runepxonecTepruHe-
MU 10 7,7 MMOJIb/J1, TUTIEPAUIIMAESMUS 10 5,4 MMOJIb/J1, IOSIBUJIACh TUTIEPOKCATY-
pust. I[To Mmarepuanam ynbTpa3BykoBoro uccienoBanus (¥Y3W) onucaHbl IposiBiie-
HUSI, XapaKTepHbIC IUISI CHHIPOMA «TUIEePIXOTeHHBIX TTPaMUI».

ITo pesynbratam HedpoOUOIICUY OOHAPYKEHBI CAEAYIOIINE U3MEHEHMST; MHO-
TOKJIETOYHOCTb KJIYOOUKOB 3a CUET HaOyXaHMsI SHIOTEIMOLIMTOB, Ipoaudeparus
BIUTEIMATbHBIX KJIETOK, 3aII0JIHEHIE BCEro MOYEBOr0 MPOCTPAHCTBA. B HEKOTOPHIX
KJ1yOouKax oOHapy>KeHbl 00pa30BaHUsI, HAIIOMUHAOIIME MOIyIyHus. B MoueBoM
MPOCTPAHCTBE MTPOCMATPUBAIOTCS EAMHUYHbBIE SPUTPOLIUTHI. Kanmumuisipsl Kiyoou-
KOB IWJIaTUPOBaHbI, B IIPOCBETAX BUAHBI CAAIKUPOBAHHBIE SPUTPOIIUTHI, MOHOHY-
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KJIeaphl, TPOMOOIIUTEL. ToJIIIHA IITOMepy/ISIpHOI 0a3aIbHOM MEMOPAHbI B IIpeIeIax
HOPMBbI, paBHOMEPHA BO BCEX ITIPOCMOTPEHHBIX KAIMLISIpaX, CTPYKTypa TOMOT€HHOIO
BUIa. [leanKyIibl HOOOIMTOB YKOPOYEHBI, BU3YaIU3UPYIOTCS CJ1a00, Ha HEKOTOPBIX
Y4aCTKAaX [UTOILIA3MbI IIOTOIIMTOB IJIOTHO IIPUJIEXKAT K ITIOMEPY/ISIPHOM 0a3aIbHOM
MeMOpaHe. OOHapy:KeHBI TIaTHPOBAaHHbBIE, PE3KO ITOJIHOKPOBHBIE MHTEPCTULINAIIb-
HbIE COCYIBI. B 00IbIIMHCTBE IIPOCMOTPEHHBIX KAHAJIBLIEB SIIUTEIIAI MMeeT TUITNI-
HYIO CTPYKTYpY. B e IMHMYHBIX KaHaJIbIIaX OTMEUAeTCsI KCAHTOMATO3 KJIeTOK. B mmpo-
CBeTaxX HEKOTOPHIX KaHAJIbLIeB OOHAPYKEHbBI MACCUBHEIE CKOTUICHNST PUTPOLIUTOB.

Pebenky M. Ha3zHaUYeHAa TepaItisl HUKJIOCIIOPUHOM 5 MI/KT B CYTKH 101 KOHTPO-
JIeM ero KoHILeHTpauuu. Yepes 3 Mec. IIprueMa IperapaTa B BO3pacTe S JIeT IIpH Iiia-
HOBOM KOHTPOJIBHOM O0CJICIOBAHNH B CTALIMOHAPE BHISIBJICHO ITOBBIIICHNE KOHIICH-
Tpauuy MoueBUHEI 10 11,0 MKM/71, KpeaTHHHA 10 111 MKM/JI, MOY€BOI1 KICIIOTHI
110 389 MMOJIB/JT, KIIMPEHC KpeaTMHUHA cOCTaBUI 36 Mi1/MuH. Ha 3ToM (poHe coxpa-
HSUIVMCH TIOBBIIIIEHHBIC TTOKA3aTe I HAPYIICHUS] JTUIIMIHOTO CIIEKTPa, OKCAIypHsl,
npotenHypust 10 0,75 r/n. [IpuemM muKIIocImoprHa OTMEHEH, Ha 3TOM (poHE Bce o-
Ka3aTeIM MOUYEBUHBI, KpeaTUHMHA, CKOPOCTh KITYyOOUKOBOM (DMIBTPALII HOPMAaJIH-
3oBasiach. HazHaueHo JieKapCTBEHHOE CPEeACTBO MUKOheHoIaTa MoheT1, Ha (hoHe
preMa Kotoporo B o011eM aHanm3se kKposu (OAK) nosisunachk Helirponenus 1o 12 %
(wmm 1,34x10°/m), npenapar ormeHeH. C yyeToM oTcyTcTBHA 3P dEKTa OT ITPOBO-
IAMOM Teparny, COXPaHSIOIMNXCS N3MEHEHUI 110 J1a00paTOPHBIM JaHHBIM, OTSI-
TOILIIEHHOI HACJIEACTBEHHOCTH I10 3a00JIeBAaHMSIM ITOYEK ¥ HATMYKST aHAJIOTUIHBIX
M3MEHEeHU y eIMHOYTPOOHOIO OpaTa IalreHTa, HO MMEIOIIETo IPYroro oTia, Ipo-
BeIeH aHaJIM3 Ha TeHeTnuecKuii TecT. [1o pesyabraTam reHeTHIecKoro oocaenoBa-
HUS BBICTaBJIEH IUATHO3: HACJIENCTBEHHOE 3a0oeBaHue rmoyek — BJ1-2 (OMIM!
300555), marorennsrii Bapnant B reHe OCRL ¢.304G>T.

OcHoBHOe 3a001eBanne — HacaeAacTBeHHas bJl-2 (HedpoKanbIIMHO3, TATIE-
POKCcaypus); XpOHUUECKUI IIIOMEPYIOHE(PPUT, N30JIMPOBAHHBINM MOYEBOI CH-
IpoM (IIpOTEHHYPHs); MOPMOIOTUIECKHIT BapHMaHT: Me3araHIJIMOIIpoandepa-
TUBHBIN TIToMepynoHedput (M3I1I'H), mepcuctupyoiiee TedeHe; CHIDKEHIE
KOHIIEHTPAIIMOHHOM (hYHKIINU ITOYEK.

ExxeromHo pe6eHOK rOCIIUTAIM3UPYETCS B CTAIIMOHAD /11 KOHTPOJIBLHOTO 00-
CJIeIOBaHUS B LEJISIX YTOUYHEHUS M KOPpPpeKIUK (GyHKIIMHY IT0YEK.

KnuHunuyeckoe HabnogeHue 2

boawHoit I1., 7 net 11 mec. PebeHoOK OT 2-11 6epeMeHHOCTH B 39 Helenlb, Mpo-
TeKaBIIlIeil Ha (pOHE KOJIBITUTA, OTEKOB, CPOUHBIX, OIIEpaTUBHEIX POIOB, Macca Ipu
poxaenuu 3450 r, miuHa 51 M, oleHeH 110 1mikaie Anrap Ha 8/9 6amioB. PebeHok
pa3BUBAJICS COOTBETCTBEHHO BO3pacTy, B 11 Mec. Ha (hoHEe OCTPOIi KUIIIEYHOM MH-
(eKIIMM TOCITUTATM3UPOBAH B CTALIMOHAP, TIE BIICPBBIC OOHAPYKEHBI N3MEHEHMST
B aHaJIM3ax Mouu — TiporenHypus 10 0,40—0,78 r/n. JleueHre IIpoBOAMIOCH CUM-

"OMIM — konndukanus o oHnaiitH-6ase « MeHeIeBCKOe HacIel0BaHue y yesoBeka» (anen. On-
line Mendelian Inheritance in Man).
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nToMaThYecKoe, 0e3 MOJIOXUTEIbHON TMHAMUKNY. MaJbulK BIEPBBIC IIPOKOH-
CYJBTUPOBAH He(hPOJIOIOM B BO3pacTe 3 JIeT, IIPOBEICH aHAIN3 MaTepHuajioB aMOy-
JIATOPHOI KapThl, MPEUIOKEHA TOCTIATAIM3AIIYSI IJIST YIIIyOJIEHHOTO O0CIeIOBaHMS
MalreHTa B YCIIOBUSIX He(POIOIrMIECKOI o OTACICHNSI, T. K. Y €IMHOYTPOOHOTO Opa-
Ta ObLUIM OMMCAHBI TTIOXOXHUeE TposiBiIeHus 3a0oneBaHus. [IpoBeaeHa HedpoOuUor-
cng (CM), B OmorTate mpencTaBieH HeOOJBIION (pparMeHT KOPKOBOTO BEIIeCTBA
MOYKU, TAE BBISIBAEHO 10 11 KiTyOOUKOB, KJTyOOUKHM HOPMOKJIETOUHBI I CO CJ1aboit
CerMeHTapHO mpomdepanueii Me3aHrHoUToB. I ToMepysipHast 6a3aibHAsI MEM-
OpaHa Ha CBETOONITUIECKOM YPOBHE He YTOJIIIIEeHa, OMHOKOHTYPHAsI. DIIUTEINI Ha-
PYKHOTO JIcTKa Karcyibl LllymisaHckoro — boymeHna ogHOCIOMHEIN. B anurenun
M3BUTBIX KAHAIbIIEB IPU3HAKHU OSIKOBOM TUCcTpoduu. B mHTEpCTUIINI KOPKOBOTO
CJI0SI eMMHUYHBIC TUM(MOLMTHI, CKIICPOTUYECKIE N3MEHEHMST OTCYTCTBYIOT. ApTe-
puM 06e3 CyIIeCTBEHHBIX N3MEHEHMI. 3aKIIIOUeHHE: TJIOMEPY/IONaThs ¢ 0YaroBOM
c1a00ii cerMeHTapHOI Ipondepalreil Me3aHTMOIIUTOB; TYOYIOMHTEePCTULINAb-
HbII KOMIOHEHT oTcyTcTBYET; I'C TOT (ImoMepynockieposd) = 0 %; obuiuii aHaiu3
moun (OAM) — mporennypus 0,75 r/m1, cyrounast mporenHypus 0,4 r/c; B OMoxu-
MHU KPOBU — THIIepXoyiecTepruHeMusI 10 5,83 mmonb/1. [1o maHHBIM HcclienoBa-
HUsI IMMYHHOTO cTaTyca nanueHTa ooHapysxeHo nosbiienue LIMK 10 99,00 Ex.
C y4eToM BBISIBJIEHHBIX U3MEHEHU (pe3yIbTaThl He(ppOoOMOIICY, COXpaHsI-
IOIINIICS MOYEBOM CMHIPOM) Ha3HauYeHa Tepallis INIIOKOKOPTUKOCTEPOUIAMH,
prueM MeINKaMEHTOB B TeueHue 2 Mec. 0e3 addeKkTa, B CBI3U C YeM OTMEHEH
¥ Ha3HavYeH HukiocroprH. Ha ¢poHe ncmonbp30BaHMs HUTOCTATUIECKOM TepaItin
B TeueHMe 6 MeC. BHOBb 0€3 IMOJIOXKUTEIbHOM TMHAMUKY, IIPOTEUHYPUSI COXPAHSI-
JIach, TMaTHOCTUPOBaHa BhIpaxkeHHas1 KpUCTaLIypusl (okcamatel). OTCYTCTBUE
a¢deKTa OT IIPOBOAUMOI Tepalnu IIPUBEIO K ee OTMEeHEe, peOeHKY peKOMEHIO0-
BaH BHAJAIPWI ¢ He(POIPOTEKTUBHBIM, TUIIOIIPOTEMHEMUIECKIM 3(P(PEKTOM.
B 2023 r. mpoBeneHa IMMOBTOpHAsI TOCIIMTAIM3AlINS B CTALIMOHAD: B aHAIM3E¢ MOUM
MO-TIPEeXXHEMY COXPaHSIaCh IIPOTEUHYPHUSI, OKCAIypHs B OOIBIIOM KOJUYECTBE,
1o naHHbIM Y 3 00HapyKeHbl MUKPOJIUTHI IT0YEK, B CBSI3U C YeM IIPOBeIcHA KOM-
MbIOTEPHAsI TOMOTpadusI ITOYeK C OIMMCAaHNEM — MUKPOJIUTHI He BBISIBIICHBI, 00HA -
pyKeHa CTPUKTYypa HIDKHE ¥ mpaBoro MoueTouHnKa. C yaeToM COXpaHSIOIIeTOCsT
MaTOJIOTMIECKOIO MOYEBOTO CMHIPOMA 1 PE3YIhTaTOB HE(PPOOMOIICH, M3MEHE -
HU B OMOXMMHWYECKOM aHaJIM3e KPOBU 00C/IeI0BaHA 1 MaTh, BEISIBJIICHA TUTIEPXO-
JIeCTepMHEMUS Y BCeX WICHOB ceMbH. B 4,5 rona ¢ yaeroM Hea(hPeKTUBHOCTH IIPO-
BOIMMOI TepaIliy 1 OTATOIIEHHOM HACIEICTBEHHOCTH Y €IMHOYTPOOHOIO OpaTa
¢ b/I-2 maumenTy I1. Takke MpoBeneH reHeTUIECKUI TECT 1 BBISIBICHO HACTICI-
CTBeHHOE 3aboieBanme mouek — bJ1-2 (OMIM 300555), maToreHHBII BapyaHT
BreHe OCRL ¢.304G>T. OcHoBHOe 3a001eBaHIe: HACIEACTBEHHOE 3a00IeBaHIE
nouek — BJI-2 (OMIM 300555); xpoHnmdeckuii rmoMepyIOHe(PUT, N30JIMPOBAH -
HbII MOYEBOM CUHIPOM, IIPOTEUHYpPUsI, MOpdojiornueckuii BapuaHT M3IITH,
MepcucTUpylollee TeueHne. ExxeronHo 2-i peOeHOK TakKe TOCIUTATIA3UPYETCS
B CTallOHAp IS KOHTPOJIBLHOTO O0CIeIOBAaHMS U YTOUYHEHNS (DYHKIINH TTOYEK.
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I[aHHbIe KJIMHUYECKOTo HAaOJII0OAeHUS U PE3YJIbTaThbl 00cJIe10BaHNS TALIMEHTOB:

nauueHT M. (cTapunia 6par)

| nauwvenT M. (mnagwwit 6par)

BO3pacT
9 net 11 mec. | 7 net

Jarta yTouyHeHua stnonoruun -2
4 ropa 1 mec. | 2 roga 4 mec.

pe3ynbtaTthl MK

HacneacTBeHHoe 3abonesaHue noyek — bJ1-2
(OMIM 300555), naToreHHbI BapyaHT B reHe
OCRL c.304G>T

HacnefCTBeHHOE 3aboneBaHMe NoYek —
b-2 (OMIM 300555), naToreHHbIn BapaHT
B reHe OCRL c.304G>T

MHAEKC Macchbl

Tena (Z-score)

18,81 (HopManbHaA macca Tena)

| 15,94 (BblpakeHHbI edbrumnT Mmaccbl Tena)

CMMNTOMbDI

npoTenHypus ao 1 r/n

| npotenHypus 0,4 r/n

MaTepuanbl nccnegoBaHnA

+ Hedpobuoncua — CM-rnomepynonatus

C o4aroBol cnaboi cermeHTapHon nponnde-
paunen Me3aHrMounToB;

+ aHanu3 moun — npoteuHypusa (0,75 r/n), cy-
TouyHadA npotenHypua (0,4 r/c);

+ BMOXVMUS KPOBU — FnNepxofiecTepuHemMms
5,83 MKMOnb/n, NOBbILWEHNE NMNONPOTENHOB
HW3KOW NNOTHOCTY;

* IMMYHHbIN CTaTyC — nosbiweHbl LK
113,0Eg

+ Hedppobuoncus — CM-rnomepynonatums
C o4aroBol cnabon cermeHTapHOM Nponu-
depauymelrt Me3aHrMoLunToB;

+ aHanu3 moun — npoteunHypwusa (0,75 r/n),
cyTouHas npotenHypus (0,4 r/c);

+ OMOXVMUSA KPOBU — FnepxonectepuHe-
MUs 5,83 MKMOMb/N, MOBbILLEHWE UMONPO-
TEWNHOB HU3KOW NNOTHOCTY;

* IMMYHHbI CTaTyC — nosbiweHbl LYK
99,0Ep

neyvyeHne

SHananpwn 2,5 mr 1 pa3 B ileHb

| SHananpwn 2,5 mr 1 pa3 B ileHb

ANCnaHcepHoe HabnwgeHne

-« cneumanuctel — neamnaTp 1 pas B mec.,
Hedponor 1 pa3 B 2-3 mec., ctomatonor 1 pas
B 6 MecC., oTopnHonapuHrosor 1 pa3 B 12 mec,,
oKynucT 1 pa3 B 12 mec., reHeTuK;

- nabopatopHble nccnegoaHma — OAM

1 pa3 B mec., OAK 1 pa3 B 3 mMec., KUCJTIOTHO-
LenoyYyHoe coctosaHue 1 pas B 3 mec., napatu-
peoungHbIi ropMoH 1 pa3 B 3 mec., BUTaMVH

D 1 pa3 B 3-6 mec., TUpeOoTPOMHbIA FOPMOH

1 CBOGOAHDBIN TUPOKCUH 1 pa3 B 3-6 Mec., UH-
CyNMHOMNOA06HbBIN dakTop pocTa 1 npu 3a-
LepXKe pocTa 1 Tepanuv peKoMOUHaAHTHbIM
rOpPMOHOM POCTa;

* MHCTPyMeHTarnbHble nccnepgosaHma — Y3U
noyek n Mo4eBoro ny3bipAa 1 pa3 B 6 mec.

+ cneyunanncTbl — neguatp 1 pas B mec.,
Hedponor 1 pa3 B 2-3 mec., cTomaTosior

1 pa3 B 6 mec., oTopnHonapuHronor 1 pa3

B 12 mec., okynucT 1 pas B 12 Mec., reHeTuK;
+ nabopatopHble nccnegosaHua: OAM 1 pas
B Mmec., OAK 1 pa3 B 3 mec., KNCIIOTHO-LLe-
NoYHoe cocToAHme 1 pas B 3 mec., napatu-
peounaHbIi ropMoH 1 pa3 B 3 Mec., BUTaMUH
D 1 pa3 B 3-6 mec., TUpPeOoTPONHbI FOPMOH
1 cBo6OAHBIV TMPOKCUH 1 pa3 B 3-6 mec.,
MNHCYNMHOMOAOGHBIN dpakTop pocTa 1 npu
3afleprKKe pocTa 1 Tepanum peKoOMOMHaHT-
HbIM TOPMOHOM POCTa;

* VHCTPYMEHTasbHble nccnegosaHusa — Y3
noyek 1 MOYeBoro nysbipa 1 pas B 6 mec.
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O6cyxpaeHune

B npencraBieHHOM 3a00J1eBaHU Y BbISIBIEHA CeMEHasI TPeAPaCIIONOXEHHOCTb.
Mawma gBnsieTcst HocuTtesieM X-CLeIJIEeHHON MPoKCHUMaabHOM TyOyIonaThu, a pas3-
HbIE OTLIbI MAJIBYMKOB HE HECYT BKJIaJ B pa3BuTHe 3a0oeBaHus. bJI-2 nuarHocTu-
pOBaHa y UL My>KCKOTO ToJia. Y AeTeit A0CTaTOYHO paHO 1e0I0TUPOBAIN KIMHUYE-
cKue CUMIITOMEI (4 1 2 roaa). B TakTHKe 1MarHOCTUKY BBICTYIIAI0T COBPEMEHHbBIE
TEXHOJIOTUM, TaKMe KaK reHeTh4eckoe U MopdoJiornueckoe (3JeKTpOHHAsT MU-
KPOCKOITUSI, UMMYHOJIOTMYECKOE UCCeI0BaHKe) UCCAeA0BaHUsI. DTO NHBA3UB-
HbIE METO/IbI, SIBJISIOLIMECS He 2JIeMEeHTaMU MEPBOTO psiia 1Sl AMarHOCTUUECKOTO
norcka He(poJOrMUeCcKrX 3a00eBaHUI, U UX MIPOBEACHE JOJKHO OBITH 000-
CHOBaHO. D¢ (HEeKTUBHOCTD pellieHUs TTPOOIEMbl BO MHOTOM OIPEaesIsSIeTCs CBOEB-
peMeHHOI AMarHOCTUKOI, paHHMM HavyaJlOM MaTOreHeTUYECKOM Tepanuu U Me-
pamMu NIpoUIaKTUKU TTPOrPECCUPOBAHUS TTOUYEUHON HETOoCTaTOYHOCTU. BMecTe
C TeM CTpaTeruu NepBUYHON U BTOPUYHON MpOoGUIaAKTUKHU TIPU paccMaTpuBae-
MOM 3200/IeBaHUM OCTalOTCSI HEAOCTAaTOYHO U3y4eHHl [1, 2, 8].

Penrenue aTux 3agay TpedyeT BHEAPEHUSI COBPEMEHHbBIX TEXHOJIOTUI TUAarHO-
CTUKU (BKJIIOYAsl MACCOBBIN MapasjiebHbIi CEKBEHUPYIOIIUI aHaAIN3), a TaKXKe
MpPUMEHEHUS HOBBIX ITATOTEHETUUECKUX MTpenapaToB, HalpaBJIeHHbIX Ha KOPpPeK-
LIMI0 KaHaJbLIEBbIX HAPYLIEHU! U CHUXKEeHUWE TIpoTenHypuu [1, 2, §].

Hecmotps Ha To, uTo B 6yayiieM BJI-2 MoxkeT craTh Oosiee pacro3HaBaeMoit
U U3y4YEHHOM MaToJIOTHel, CEroiHsI OHA OCTAeTCsI PeIKUM reHeTUYeCKUM 3a00J1e-
BaHMEM, IUArHOCTUKA KOTOPOIO MPeACTaBIIsIeT 3HAUMTEIbHbIE TPYAHOCTH.

DTO 0UEeHb JOPOTMe METOIbI UCCIACAOBAHMSI, UMEHHO MO3TOMY JIJIsI HUX HE00-
XOIMMO 00OCHOBAHHUE, YTO MOXKET 3aHSTh Oosiee JOJATUIA CPOK ISl €r0 peain3a-
uu. KiimHnyeckue peKoMeHAaluu Mo paccMaTpuBaeMoit MaTOJI0TMU He pa3pa-
0OTaHbI, UTO 3aTPYAHSIET TAKTUKY PaHHEH IMAarHOCTUKU U JIeYEHUS MallieHTOB.
YcenenHocTh peleHus pooJaeMbl 3aKIoUaeTcs B 60Jiee paHHEM BbISIBJIEHUU Ma-
TOJIOTMU, HA3HAYEHUU JIeYEHUS U NTPOoGUIAKTUKN OCI0XKHEHU. [TepcrneKTuBbI
NpoPUIIAKTUKU PEAKOro reHEeTUYEeCKOro AMarHo3a eiie He u3ydeHsnl. s pene-
HUS DTOI 3a4a4M HY>XKHBI COBPEMEHHbBIC TEXHOJIOTMM U HOBEHIIMe TperapaThl.
B nanbHelimem 3To 3aboieBaHNE, BO3MOXHO, CTAHET OOBbIAEHHOCTbIO 1JISI MEIU -
LIMHBI, HO TIOKA 3TO PeAKOoe TeHeTuYecKoe 3a00IeBaHne, KOTOPOE JMarHOCTUPO-
BaTbh HE BCeraa BO3MOXHO.

Ha ocHoBaHuM aHaIM3a 3TaNoB AUarHOCTUYECKOTO MOMCKA MNP HACTeACTBEH-
HOM 3aboseBaHuu bJI-2 nmpeanoxeH clenyoyii anropuT™ AMarHOCTUKU:

1) paHHee BbISIBJIEHUE KIMHUUYECKUX MPU3HAKOB Ha aMOyJaTOpPHOM 3Tarie:
peryasgpHblii aHanu3 OAM ¢ aklieHTOM Ha HaJluuue NpOTeUHYPUHU, a TaK-
JK€ KOppeKTHasl MHTepHpeTalys MOJydeHHbIX Pe3yJbTaToB;

2) KOHCYJIbTaLMs AETCKOro WK B3pOCJIOro He(poJiora B yCTaHOBJIEHHbIE CPO-
KM JIJIST IPOBEAEHUS YyIiyOJIeHHOro o0cienoBaHus B ClIeLIMaTU3UPOBaH-
HOM CTallMOHape IJIS1 UCKJIIOYEHUSI BTOPUUHBIX U IPYTUX HACIEACTBEHHBIX
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dopm rnomepystonatuii. O6s3aTeIbHBIM KOMIIOHEHTOM SIBJISIETCS TILA-
TeJbHBIA COOp CEMEMHOTO aHaMHe3a C TOCTPOEHUEM POJOCIOBHOIA;

3) nabGopaTopHOE MOATBEPKAEHUE XapaKTEPHBIX OMOXUMUYECKUX MapKe-
POB IIPU OTCYTCTBUM YPOJIOTMYECKOI MTATOJIOTHUH: ONIPeIeIEHIUE CYTOYHOMI
MIPOTEVHYPUH, YPOBHS KaJIbLMS B MoUde (TUIIEpKAIbLINypHSsI), IPU3HAKOB
HedPOKAIbILMHO3A, a TAKXKE OLIEHKA OMOXMMUYECKUX ITApaMETPOB KPO-
BM (JTaKkTaTAeruaporeHasa, KpeaTuHdocdokmnHaza), KOTOpble MOTYT yKa-
3bIBATh HA CUCTEMHOE MTOPaXKEHUE;

4) HazHayeHue MOPGOIOrMYECKOro U TeHETUYECKOTO UCCIIEA0BAHMSI IIPU He-
5¢pGEKTUBHOCTH CTAaHIAPTHON TEPANTUU ITPU HEDPOTUYECKOM CUHIPOME:
KakK MOKHO 0oJiee paHHee MPOBeAeHUE OUOTICUM MTOYKH U TTOCIIEAYIOLIEE
MOJIEKY/ISIPHO-TEHETUYECKOE TECTUPOBAHME IJIS ITOATBEPKIAEHNS JUATHO-
3a bJ1-2.

3aknouyeHme

B/I-2 neGrotupyet B paHHEM JIETCTBE, Y JIULL MY>KCKOTO ToJia. [1pu 3Toit Ho30-
JIOTUU TIOpaXaloTcsl MoYeYHble KaHaJIbIIbl, YTO MIPUBOIUT K ITPOrPECCUPOBAHIIO
TePMUHAJIbHOM IMTOYEYHOUN HENOCTaTOUYHOCTU. [1e010T KIMHUYECKHUX TTPOSIBJICHU I
y NallMEHTOB HAYMHAETCSI C MOYEBOI0 CMHIIPOMa, IOCTOBEPHO Yallle MPOSIBISIO-
LIUICS B BUIE YIIOPHOM MTPOTEUHYPUH, HEPEIKO CITydaiiHO 0OHapyK1BaeMOM Ipu
craHgapTHoM uccienoBann OAM. B ganbHelieM MOUeBOi CUHIPOM YITIOPHO
MePCUCTUPYET, a CTaHIAPTHAsI Teparus He IIPUBOIMUT K MOJOXUTEIbHON TMHAMM -
ke [1—3]. OCHOBHBIM METOIOM JUATHOCTUKMU, TTO3BOJISIIOIINM MTOATBEPAUTH 3TO
HacJIeICTBEHHOE 3a00JIeBaHNE, OCTAETCSI MOJIEKYISIPHO-T€HETUUYECKOe 00CIen0-
BaHME, HO JUISI pelleHus BOIpoca O 11eJ1eCO00pa3HOCTH U HEOOXOIUMOCTU €T0
MPOBENEeHUSI HEOOXOAMMO TIIATEIbHO COOpaTh CEMEMHbBIN aHaMHe3, TaHHbIE 1~
HaMMYECKOTO HaOJIIOIeHUS 3a MALIMEHTOM 1 MaTepralibl Ta0OPaTOPHBIX JaHHBIX.
ITocne obocHoBaHus nuarHo3a bJ1-2 mauueHTam MpoBOIST Teparunio, HalpaBIeH-
HYIO Ha KOPPEKLUIO TUMEPKATbINYPUH U TTpeaoTBpalleHe HedpoanuTuasa [1, 2,
6, 8]. Takue mauKeHTHl MOXM3HEHHO JTOJIKHbBI ObITH ITOJ, JMCIIAHCEPHBIM Ha0JTI0-
JieHueM HedpoJiora, a UCXOIbl 3a00J1eBaHUsI MOTYT ObITh pa3HbIMU. [1pu mi1aHoBOM
MPOTUBOPELIMINBHOM JICUEHUU MOXKHO M30eXKaTh HeOIaronpUsITHBIX IIPOTHO30B
C paHHUM (hOPMUPOBAHKUEM ITOYEYHOU HepocTaTouHOCTU. [ToxkrM3HeHHas moj-
NiepKrBalolasl Teparus MoMoraeT COXpaHUTh (PYHKIIMIO TToYeK, Oarogaps 3T0-
MY KauyeCTBO U TIPOAOKUTEIbHOCTh XXM3HY MalMeHTOB yayulaercs [1, 2, 8— 10].
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