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HACJIEOCTBEHHAS TYBYJIOTATUA: MEXAHN3MbI
OOPMUPOBAHWSI MNMATOJIOTNN, KITMHNYECKAS
N ANODEPEHLUMNATIbHO-AMATHOCTNYECKASI
3HAYMMOCTb INMPU3HAKOB HA OCHOBAHUN
MPEOCTABJIEHHOIO KNIMHUNYECKOT O CITYHAS
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Llenb — npoaHann3npoBaTb MeXaHn3mMbl GOPMUPOBaHNSA, CIOKHOCTb AVArHOCTUKM 1 OCOOEHHOCTY TeUeHWs Hacnes-
CTBEHHOW TybynonaTnn Kak pegKo BCTpeyaemoli NaToNorny noyvek 1 onpeaenntb KnuHnyeckyo n aubdepeHumnans-
HO-AMArHOCTUYECKYIO 3HAYMMOCTb ee MPU3HAKOB Ha NpUMepe KNUHNYeckoro cny4vas. MaTepuan n merogbl. [lposeaeH
aHanu3 BefleHVs CJlyyas Hacsle[CTBEHHOW TyGynonaTy — matonorum novek (bonesnu JeHta) — ¢ 14-neTHM aHaMHe30M
Ha MOMEHT JMarHOCTUKI 1 TPEXNIETHUM KaTaMHe30M ee TeueHua y nauneHTa. PesynbraTtbl. OnvcaHHbIN ciyyaii 6onesHu
[leHTa OTHOCUTCA K HAaCNeACTBEHHbBIM U/ BPOXKAEHHBIM HeppOnaTUAM 1 MMEeET reTePOreHHYI0 MONEeKYNAPHO-TeHeT-
UECKYH0 OCHOBY Pa3BUTUS. KnuHnuyeckne nposBneHns 60ne3HN CKyaHbIe, UTO 3aTPYAHAET AMarHOCTVKY U CBOEBPEMEHHOE
neyeHvie C NO3MLMM MexaHU3MOB popMUpoBaHMA NaTonormun. [laHHoe 3aboneBaHvie NPoABAAETCA NOANMOPPU3MOM Nna-
60paTOPHbIX M3MEHEHNIT B MOYE 1 KPOBW, PaHHUM Pa3BUTEM XPOHMYECKON 6onesHun noyek. 1na sepudurkaumm Hacnea-
CTBEHHOW HepponaTn HEOOXOANMO reHETMYECKOE TUMMPOBAHME NAaTOrHOMOHMWYHbIX FeHOB.
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BBEAEHUE

[le6oT MOUYEBOro CHAPOMA B PaHHEM BO3pacTe, TeM 00-  HOWM W/UNKN HAacNeACTBEHHON NaToNIONY, @ PaHHee pas3BuTre
nee B MylafieHYeCTBe, Bcerga TpebyeT NCKMIOUYEHUA BPOXKAEH-  XPOHUYECKOWN NMOYeYHON HE[OCTaTOYHOCTM U reHeanoru-

INHERITED TUBULOPATHY: MECHANISMS

OF PATHOLOGY FORMATION, CLINICAL

AND DIFFERENTIAL DIAGNOSTIC SIGNIFICANCE

OF SIGNS BASED ON THE PRESENTED CLINICAL CASE
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The aim of the study is to analyze the mechanisms of formation, the complexity of diagnostics and the course
of inherited tubulopathy as a rare pathology of the kidneys and to determine the clinical and differential diagnostic
significance of its signs on the example of a clinical case. Material and methods. An analysis of case management
for inherited tubulopathy is made: pathology of the kidneys (Dent’s disease), with a 14-year-history at the time of
diagnostics and a 3-year-follow-up of its course in the patient. Results. The described case of Dent’s disease refers to
inherited and/or congenital nephropathies and has a heterogeneous molecular genetic basis for development. The
clinical manifestations of the disease are scarce, which complicates the diagnostics and timely treatment from the
perspective of the mechanisms for pathology formation. This disease is manifested by polymorphism of laboratory
changes in urine and blood and early development of chronic kidney disease. To verify inherited nephropathy,
genetic typing of pathognomonic genes is necessary.
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YecKuin aHaMHe3, MOBTOPALLAACA NOYeYHasa NaTonorus
B OZHOM W/WNIN HECKOMNBbKMX MOKOSIEHNAX CEMbU B MEPBYIO
ouepepb Cly>kaT NOATBEPXAEHMIO HACTEACTBEHHbIX U/Un
BPOXAEHHbIX HepponaTuii. [narHoCTKa BPOXAEHHbIX 1 Ha-
CnepcTBEHHbIX 3aboneBaHMI MOYeK, KOrga OHU He COMPOBO-
XKIAIOTCA KOCTHBIMY WS APYTMY BHELUHMMU CYMITOMAMU,
[lOCTaTOUHO crnoXHa [1]. B page cnyyaes nepBbiM NprisHakom
HedponaTuii MoXeT ObITb MOYEBOI CHAPOM [2, 3].

Jlio6bie BbisiBNAeMble Npu 1abopPaTOPHOM MCCNeloBa-
HUWN N3MEHEHNA B MOYe B BUAeE anbobymuHypuu, 3putpo-
UUTYPUN, LWTVHAPYPUM N NEAKOLUTYPUN Ha3blBalOTCA
MaToNIOrMYeCKUM MOYEBBIM CUHAPOMOM. [0 XapakTepu-
CTUKaM OH MOXeT ObITb M30NIMPOBaHHbIM, KOra B Moye
BbISIBNIAETCA TONIbKO OAUH 13 NepeynciieHHblX nabopa-
TOPHbIX CMMMTOMOB, UJIM CMELUaHHbIM, KOra B MoYe nX
ob6Hapy»kmBaeTca fiBa 1 6onee. K fONoNHUTENbHbIM Xa-
paKkTepUCTUKaM n1abopaTtopHOro (MOYeBOro) CUHAPOMA
OTHOCUTCA €ro AJINTENIbHOCTb: TPAH3UTOPHbIN — BbIAB/SA-
eTCA OJHOKPaTHO NPU UCCIIef0BaHUN MOYN; CTONKUNIA —
06HapYyXMBaeTCA NPU MOBTOPHbIX aHaNM3ax; peLnanem-
pylowun — perncTpupyetca anusogmyecku [1, 3].

B paHHeMm fieTcTBe Yallle BCEro UMeT MecTo NHdeKLmm
MOUYEBbIBOAALLMX MyTEN, pexe — aHOManMn pPasBUTUA opra-
HOB MOYEOTAENEHUSA, TAKXKE XapaKTePU3YHOLLMECH N3MEHEHVI-
AMUN MOYEBOTO 0CafiKa. BO3MOXXHbI BapraHTbl HOPMbI B Brfe
BbIAE/IEHNS C MOYOW HE3HAUUTENBHOIO KONIMYECTBA 6enka,
KOTOpPbI MOMafaeT B MEPBUYHYO MOYY Yepe3 KilyOOUKOBbIN
bunbTp 1 NONHOCTLIO peabcopbrpyeTca B KaHanbLax. B 3Tux
cuTyaumax ¢prsmonornyeckas NPoOTeNHYprA He NPeBbILLAET
100-150 mr/cyT ¢ ypoBHeMm anbbymuHypum 10-30 mr/cyT. [2].

Opyruve npuynHbl BbifeneHna anboyMMHOB C MOYOW
cnefyeT OTHOCUTbB K matosniornyeckum. Ecnm anbbymmHy-
pus NepCUCTUPYET B TeueHMe 3 MecALEeB, TO Aaxe npu oT-
CYTCTBMM APYrvX NapamMeTpoB NaToNorMyeckoro Mo4eBoro
ocajika AaHHbI MpU3HaK MOXKET ObITb €4MHCTBEHHBIM KpU-
Tepuem XpoHUYEeCKon 6onesHn novek [2]. AnbbymmHypus
6onee 10 Mr/cyT. ABNAETCA KapAMHasbHbIM, @ B HEKOTOPbIX
Cnyyaax — e4MHCTBEHHbBIM MapKEePOM NMOYEYHOrO NMOBPEX-
[eHNA 1 NPU3HAKOM XPOHMYecKol 6one3Hu noyek [2].

MpuYrH NpoTeNHYpUN — peHasibHoW, Npe- 1 nocTpe-
HaNbHOW — MHOXKEeCTBO. Pa3BuTHE NPOTENHYPUN MOXKET
ObITb CBA3aHO CO BCeMM 3ab0NeBaHNAMUN OPraHOB MoYe-
BbIBOAALLEN CMCTEMbI, OCTPbIMU NHGEKLNOHHBIMI 3360-
neBaHMAMY, 3a60N1€BaHMAMMN NEYEHM, KULLEYHMKA, TOKCU-
YeCKMM BO3[ENCTBUEM MOCIE OXKOrOB, TPaBM 1 Onepauun,
OTpPaBNEeHUAMYN CONAMM TAXKENbIX MeTannoB. [oyeyHas
NPOTEVHYPUS MOXKET HOCUTb U TyOYNAPHbBIA XapakTep
(HeCnoCcoB6HOCTb MPOKCKMAasIbHBIX KaHasbLEeB peabcopbu-
poBaTb anbOyMUHbI, NPOPUNLTPOBAHHbIE B HOPMabHbIX
Knyboukax). TybynapHaa NpoTeNHYpria MOXKET BCTpeYaTb-
CA Npuv NuenioHedpuTe, BPOXKAEHHBIX TybynonaTumsax, nH-
TepcTuuranbHoM Hedpute [4]. C yyeTom 3TMONOTNN U Me-
XaHM3MOB NaToNIOrv NpepeHasibHasa NPOTENHYPUA MOXKET
6bITb 06YCIOB/IEHa NOBbILEHVEM YPOBHA Oefka B KpOBY
BC/1e[ICTBME €ro U36bITOYHOrO aIMMeHTapHoOro notpebne-
HUA MO0 MHBIX MPUYMH — NOBbILIEHHOTO Pacrnafa TKaHel
Npu 0XKorax, reMosin3a, OHKOJIOTMYeCKNX NpoLeccoB. Kak
NpaBuIo, OHa MacCUBHasA, HECENTEKTUBHASA, C NPEeBbILLIEHM-
em 6enka B nopuumu moun 3,5 r/n. OnucaHa opTocTatuye-
cKaa NpoTenHypus — nosBreHne 6efika B MoYe npu aniv-
TeNlbHOM CTOAHUW. BcTpeuaetca oHa y 20 % geTen v nog-
POCTKOB, filocTUraeT 1 r/n 1 KynmpyeTcs B ropn3oHTaibHOM
nonoxeHun. MpuyrHbl ee Jo CUX NOpP HEN3BECTHbI [3, 4].

DyHKLUMOHaNbHaA NPOTENHYPUA MOXKET BCTPeYaTbCa
NPU NHTEHCMBHON GU3NYECKOW Harpy3sKke Kak cnefcraune
BO3€MCTBMS MOJIOYHOW KMCIOTbI Ha MPOHULIAEMOCTb KITy-

6OUKOBbIX KanunispoB; MPU NepeoxaXxaeHnn 1 cTpeccax
BC/IeACTBME HapyLUeHMA NOYEYHOro KPOBOOOpaLLeHH .
YpOoBeHb NPOTEUHYPUM B STUX CITyHYasAX MOXET JOCTUraTb
2-10 r/n, 6bICTPO KynunpyeTca nocsie npeKkpalleHmsa Bo3-
AencTBuA nospexaatowero ¢pakropa [2]. MNocTpeHanbHas
NPOTENHYpPUA ABNAETCA C/IeACTBMEM BOCMANIMTENIbHOIO
3KccyaaTa npy HGeKUMM MOYEBbIBOAALLMUX MyTEN.

MoueBol CMHAPOM MPU NaTONIOTUN NMOYEK MOXKET ObITb
npeacTaBieH 3pUTPOLUTYPUEN — NOSABEHNEM B 00LiEM
aHanu3e Mouu Tpex 1 bonee 3pUTPOLINTOB, HE COMPOBOXAA-
IOLLMMCA M3MEeHeHMeM LiBeTa Moy, Mo mopdonorum Bbige-
NAT U3MEHEHHYIO (BbILLETOYEHHbIE SPUTPOLUTBI HE comep-
»aT reMornobuHa) U HeM3MEHHYH (3PUTPOLIMTBI cofepKaT
remMorsiob1H) 3pUTPOLMTYPUN. MI3MeHEHHas 3pUTPOLMTYPUSA
BCTPeYaeTcs npu rmomepynoHedpuTax, MHTEPCTMLMANbHbIX
NOBPEXAEHUAX MOYEK, CUCTEMHbIX BaCKYNMTax (MoyeyHble
aHMWTLI), TyGEepKynese noyek, BPOXXAEHHON aHOManum op-
raHOB MOY€EBOW CUCTEMbI, HACNeACTBEHHOW HedponaTum (no-
NIMKUCTO3, CMHAPOM AnbropTa U Ap.); HEN3MeHeHHas — Npu
LMCTUTAX, MOYEKaMEHHOWN 6onesHn, rmnepTpodum 1 pake
npeacTaTenbHoOn xenesbl. [loaABneHne 3puTPOLNTOB B MOYe
MOXET ObITb Pe3ynbTaToOM KOHTaMULMM MOYM PEKTaNbHOTO,
neprHeanbHOro 1 reHUTaNbHOIO MPOUCXOXKAEHWA [5].

LUnnnngpypura Kak gpyrorv KOMMOHEHT natonorunye-
CKOro MOYEeBOro CMHAPOMA MPW NaToNOrMK NoYveK npeun-
MYLLECTBEHHO aCCOLMMPOBAHA C XPOHMNYECKUMU 3abore-
BaHMAMU nouek. LunnHapbl o6pasytoTcs B BocxogALlen
yacTv netnu leHne, oUCTanbHbIX KaHanbLax u cobupa-
TeNbHbIX TPYHOUKax MOYKN 1N COCTOAT U3 FNKOMPOTENHa,
1M ypomogynnHa. B onpegeneHHbIx yCnoBmax BOTIOKHA
ypoMoZynunHa arpernpyoTt 1 obpasyT UunnHAPbI. TO
BO3MOXHO NPW NOBbILIEHHOW TYOYNAPHON KOHLEHTpaLmm
6enkoB B yNbTpadunbTpaTte, HU3KOM TybynspHOM 3Have-
HUK pH, BbICOKOI TYOGYNAPHON OCMONANBHOCTMA MOYMU.
[MannHoBble UMAVHAPDLI ONpefenAlTCA B MoYe npu fio-
ObIx 3a00/1EBAHNAX MOYEK, MPU FOMepyIoHedpUTax OHYK
onpepenatoTca B 100 % cnyyaes. Ho rmanvHoBble LWINH-
Apbl MOTYT BCTPEYATbCA 1 'y 3[0POBbIX NI0AEN NOC/e TAXe-
now GpU3nNYEeCcKon Harpy3KK, a TakKe Npr NaToNormYecKmnx
COCTOAHUAX U HEKOTOPbIX COMaTUYecKux 3aboneBaHUAX
(nnxopapke, 06€3BOXKMBaAHUK, apTepranbHON rMNepTo-
HUW, CEPAEUYHON HEAOCTATOYHOCTN). 3ePHUCTbIE LIUIIUH-
Apbl BCerga CBUAETENbCTBYIOT O NOBPeXAeHNn noyek [5].

NlenkounTtypuns MoxeT 6blTb UHPEKLMOHHOMN
1 acenTnyeckom, 6eCCUMNTOMHON N CUMNTOMATUYECKOM,
N3 HUXKHUX N BEPXHUX OTAEI0B MOYEBOWN CUCTEMDbI, NTeN-
KOLUTbI TakMe MOTyT KOHTaMUHMPOBAaTb B MOYY C Hapy»-
HbIX MOJIOBbIX OpraHoB. Pacno3HaTtb ee NPUYMHY NO3BO-
NAT NOCEBbl MOYM N ONpeaenieHe BUAa BblAeneHHbIX
nenkoymToB. Jlenkountypua Bcerga Tpebyet ncknwoye-
HUA NHPEKLMM OPraHOB MOYEBO cruCTeMbl [5].

Takum ob6bpa3om, nabopaTtopHble MccnefoBaHMUA
B AMArHOCTUYECKOM NMONCKE HOCAT NPUKNAaAHON Xapak-
Tep, a O6HapyKeHe MOYEBOro CUHAPOMA, N30/IMPOBAH-
HOrO MM CMELLIAHHOTO, OCOBEHHO MpPY OTCYTCTBUM KNK-
HUYECKUX MPOABIEHWNIA, BCerga TpebyeT pacno3HaBaHUA
€ro NPUYHbI, ANArHOCTUKN 3a00NIEBAHU MOYEK UK KO-
MOPOUIHBIX COCTOAHWUN. [INA 3TOro NpoBoAUTCA TLLaTeNb-
HbI/l aHaNN3 aHaMHECTUYECKUX AaHHbIX, 06bEKTUBHOIO
OCMOTpa 1 pe3ynibTaToB JIeYeHUs, a UHOrAa U MHOroneT-
Hee HabnogeHne ana sBeprdrKaLmm gmarHosa.

Mpwn pebioTe MOYEBOrO CMHAPOMA B paHHEM BO3pac-
Te HEOOXOAMMO B NMEPBYIO OUepeb NCKIUNTb BPOXKIEH-
HYI0 U/UNN HaCNeACTBEHHYIO NaToNOrnio, NO3TOMY B AU-
arHOCTUKEe HacNefCTBEHHbIX HedponaTuin ocobas posb
OTBOAUTCA FeHETUYECKUM UCCNIefOBaHMAM.
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Llenb — npoaHann3npoBaTb MexaHU3Mbl GOPMUpPO-
BaHMA, CJIOXKHOCTb ANAFHOCTUKN U OCOBEHHOCTM TeUeHUA
HacnefcTBeHHoN TybynonaTuy Kak pefKko BCTpeyaemon
NaTosIorMmn NoyeK 1 onpefennTb KIMHUYeckyto n andde-
peHLuMnanbHO-ANarHOCTUYECKY0 3HaYMMOCTb NPU3HAKOB,
HeoOXoAMMbIX A1A ee ANArHOCTUKM Ha Npumepe KIUHU-
yeckoro ciyyas.

MATEPUAN N METOADbI

MNpoBefeH aHanm3 KNMHMYECKOro Cilyyas HacneacTBeH-
Hol Tybynonatiu ¢ 14-neTHUM aHaMHE30M Ha MOMEHT Au-
arHoCTUKY 6one3Hn [leHTa 1 TPexXJIETHMM KaTaMHe30M ee
TeyeHUA y NayuneHTa. VIcknioyanucb Bce BO3MOXKHbIe Npuiu-
Hbl MATONOrMYECKOro MOYEBOIO CMHAPOMA MO CTaHAAPTaM,
nopsaaKam OkasaHua MeaVLUHCKON MOMOLLM, KITMHUYECKIM
pekoMeHpauuam. HacnegcteeHHan Tyb6ynonatusa — 6onesHb
[eHTa - BepndMLMpOBaHa NO KOMMIEKCY KINMHUYECKUX, Na-
60pPaTOPHbIX (reHETUYECKIX, UHCTPYMEHTASIbHBIX 1 TMCTONO-
rMYecKnx) MeTohoB 1CCNefoBaHNA B COOTBETCTBIN C AENCTBY-
IOLLMU HALMOHAMBHBIMW KIMHUYECKMI PEKOMEHALAMN.

Y naumeHTa A. C MnageH4ecTBa, ¢ 11-mecAYHOro BO3-
pacTa, permcTpupoBanca MOYeBOM CUHAPOM (M3HaYanbHO
B BUAE NPOTEVHYPUN, a B pe3ynbTaTe AJINTENbHOro AnarHo-
CTUYECKOro noucka B 14-neTHem Bo3pacTe y Hero 6blina Bbl-
ABNeHa HacneCcTBeHHasa Tybynonatua). CornacHo KNnHW-
UeCKM pekoMeHaaUVMsaM B Xxofe 00crefjoBaHWI onpeaens-
JNCb OBLLEKNMHMYECKNE U BUOXMMUYECKIE NabopaTopHble
napameTpbl KPOBY 1 MOYU, MUKPOOVOSOrMyeckme MapKepbl
$nopbl MOYK, MCNONb30BANIUCH UHCTPYMEHTASIbHbIE METOAPI
uccnefosaHus. HabnogeHne npoBoguioch B TeUEHKE BCETO
nepvioda negmatpamu, Hedponorom, Bpauom obLuelt npak-
TMKM KNNHKK T. CypryTta XaHTbl-MaHCiCKoro aBTOHOMHOIO
okpyra — lOrpbil. MayueHTy 6binv NpoBeAeHbl FTNCTOOrYe-
CcKme 1 reHetTnyeckue nccnegoaHma B 2014 n 2018 ropax.
Hedpobroncua 6bina ocywecteneHa nog Y3M-koHTponem.
WNccneposaHmve reHoB NPHS1 1 reHa NPHS2 Bcelr kogupyto-
el obnacTy ¢ npunexalyiMm NHOTPOMHBLIMU 06NACTAMM
NpPOBeAEHO METOLOM aBTOMATMYECKOrO CEKBECTPOBAHNA MO
CeHrepy B Poccuinckom JeTckol KnMHnYeckoi 6obHuLe Qe-
[epanbHOro rocyaapCcTBEHHOro 06pa3oBaTeIbHOMO YUpPeXK-
[eHuA BbiCLLero o6pa3oBaHnA «POCCMINCKIN HaLMOHANbHbIN
nccnegoBaTenbCKNi MEAULIMHCKAIA YHUBEPCUTET uMmeHn H. U.
Muporosa» MuHapgpasa Poccum (POKB OrOY BO PHUMY nm.
H. . Mporosa) B COOTBETCTBMN C MEANKO-IKOHOMUYECKNM
CTaHAAPTOM OKa3aHMA BbICOKOTEXHOIOMMYECKON MeaULIMH-
cKko nomown. [InHamrka 3aboneBaHus, YyCTaHOBIEHHOMO
B Bo3pacTe 15 feT, C aHaMHE30M U1 iBYXJIETHUM KaTaMHE30M
OrricaHa XPOHOJNIOTMYECKM C YYETOM MEXAHU3MOB GOpPMUPO-
BaHVA NaToNOrMn B pe3ybraTax HaCToALLEro NCCnefoBaHuA.

PE3YJIbTATbl U UX OBCYXAEHUE

AHamHe3 xun3Hn: manbumk 2003 roga poxgeHnsa ot 1-i
6epeMeHHOCTY, NPOTEKaBLUEN C XPOHNYECKOW YPOreHuTasb-
HOW nHGeKUMen (KONbMnT) U aHeEMUEN 1-11 CTENEHU; CPOUHbIe
popabl. Bec npu poxageHumn 3 950 r, pocT 53 cm, oueHKa no
wkane Anrap 7-8 6annoB. HepBHO-NCUXMYECKOe pa3BrTme
COOTBETCTBOBAJIO BO3pacTy. Haxoamnca Ha ecteCTBEHHOM
BCKapmnvBaHum Jo 3 mec. [lanee nonyyan aganTypoBaHHble
cmecn. [MpurbaBka B Bece xopowas: B 11 mec. Bec 11000 T,
pocT 79 cm. [NprBNT NO NHANBMAYANIbHOMY KaneH[apto.

MepeHeceHHble 3a6oneBaHuA: pecnnupaTopHble
BUPYCHble NHPeKL MKW, BETpAHaA ocna (2004), annepruye-
cKun gepmatuT (2004), peaktrBHada apTponatua (2007).

FeHeanornyecknin aHaMHes: OTArOLLEH Mo cepAaey-
HO-COCYAUCTOM NaTONOrMn CO CTOPOHbI OTUA (CMepTb
POLACTBEHHVKOB CO CTOPOHbBI OTLa OT MHGAPKTA, NHCYIb-

Ta). B cembe mnagwas cectpa - 340poBa, iBa MIaaLWmnx
6paTa-61M3Hela — C NPOTENHYPUEI, 3aPErNCTPLPOBaH-
HOW B MjlafeHYecTBe.

AHamHe3 3ab6oneBaHuA: e60T MOYEBOrO CUHAPO-
Ma y NauueHTa B Bo3pacTte 11 MmecALeB B BUAE NPOTENHY-
puu 0,066 r/n B obwem aHannze mour (OAM), nenkouunty-
pun 5-8 B n/3p. B o6wem aHanmze kposu (OAK) aHemmna —
remornobuH (He) 97-103-108 r/n. (puc. 1). B ambynatop-
HbIX YCNOBUAX Oblna AVArHOCTUPOBAHA MHPEKLMA MoYe-
Bou cuctembl (MMC), HazHaueHbl ypoCcenTuku.

B Bo3pacTe 1 1. 2 mec. pebeHOK 6bla roCUTann3npo-
BaH C »KanobamMu Ha MOBbILIEHMEe TemMnepaTypsbl, 6ecrno-
KOWMCTBO MpY MoYeuncnyckaHmmn. 3abonesaHvie CBA3bIBaNIM
C nepeoxnaxgeHuem. Npn ocMoTpe oTMeYanacb oTeu-
HoOCTb BeK. B OAK — aHemus 1-11 cT. BOAM - runocteHypus,
npoTenHypusa, nenkountypus. baktepnonornyeckoe nc-
CnefoBaHKe MOYM: BbISIBJIEH POCT 30/10TUCTOrO cTadusio-
Kokka — 1 000 ME. ¥nbTpasBykoBoe nccnefoBaHue (Y3W)
royeK NaTosioruio He BbIABMIIO. bbinn ArnarHOCTUPOBaHbI:
OcTpbii nnenoHepput. AHemusi (remornobuH 97 r/n).
OcCTpbI pUHOCUHYCUT. PebeHoK nonyyan aHTubakTepu-
anbHYI0 U 3aMeCTUTeNIbHYI0 Tepanuio (Mpenapatamm »e-
nesa), 6bi1 BbINMCaH B YAOBNETBOPUTENIbBHOM COCTOAHMM,
HO MOYEBOW CMHAPOM coxpaHsanca (puc. 1).

B mexxrocnutanbHOM nepuofe COXPaHANUCb nepuo-
Anyeckasa NnpoTenHypus, nenkoumTypua go 15-20 B n/3p.
B8 OAM (puc. 1).

MpryrHOM NocnegyOWMX Tpex rocnuTanusaunn (8
3,6 rofa, 4 n 4,5 roga) 6bi1a CTOMKaA NPoTenHypus, JOCTU-
ratowias 3,8 r/n B pa3oBbix nopumax mouu (purc. 2). XKanob
npw NocTynneHnmn He 6b110. O6bEKTVBHO COCTOAHKE pac-
LleHMBanoch Kak ygoneTBopuTenbHoe. JTabopaTopHble
nokasaTenu npeacTaBieHbl Ha pUCyHKe 2. bbin nocTas-
neH guarHos: XpoHunueckunin nuenoHedpur. B Bospacte 4
neT 6b11 BbIsIB/IEH MY3bIPHO-MOYETOUYHUKOBDIV PedritoKc
M NpoBefeHa ero 3HJoCKonMyeckas Koppekuuns. B atot
e nepuop AMarHoCTMPOBaH PeaKTUBHBIN apTPUT U acKa-
pvaos. B ctaymoHape npoBogunack aHTMbaKkTepuanbHas
Tepanua 1 NeyeHne npenapatamu: UNUPULAAMOIN 1 KOM-
O6UHMPOBaHHOE NEKAPCTBEHHOE CPefICTBO, cofepallee
KOMMJIeKC BUTaMUHOB 1 MUHepanoB (KanbumHoBa).

Cmas 2007 r. 8 OAM y 6011bHOrO NOABAAETCA SPUTPO-
untypusa. B 6 net (2009 r.) pebeHoK 6bln rocnUTan3npo-
BaH C »Kaslobamu Ha NOBBILEHHYIO XKaXKay, YacTble MOYe-
ncnyckaHma. O6beKTUBHO COCTOAHME BbINo pacLeHeHo
KaK ygoBneTsopuTenbHoe. bbin noctaBneH gmarHo3: Xpo-
HUYECKUI TYOYNONHTEPCTULNANbHBIA HedpuT. JlaTeHT-
Hoe TeyeHue (puc. 2).

B cBA3M € coxpaHsoLLenca npoTenHyprel pebeHoK no-
BTOPHO OblJ1 FOCNWTaNM3MPOBaH B CTaLMOHap yepe3 3 Mec.
(nekabpb 2009 r). MpuryrHON rocNUTanM3auumn NOCAYXN
COXPaHALWMINCA MOYEBOWN cMHAPOM (puc. 3). Ha aTane ro-
CNWTanM3auun B CTaLMoHap O6blIn ANAarHoCTMPOBaHbI: Xpo-
HUYECKMI romMepynioHedpPUT, U30NMPOBaHHbBIA MOYEBOM
CUHAPOM. XpoHrYecKasa 6onesHb novek (XbIM) 1-i cteneHu.
CKopoCTb KNy6ouKkoBOW GUALTPALMY MO KIMPEHCY SHAO-
reHHOro KpeatuHuHa — 60 mn/muH. NpoBeaeHo neyeHue:
avnvpugamon, Tokodepona avertat 1 peTUHON, aMUHobun-
NUH. Mocne BbINMCKN MOYEBOW CUHAPOM COXPaHANCA.

B 2014 r. (uepe3 11 neT HabnwaeHns) pebeHoK Obi
HanpasneH B Mocksy B PAKBE PHAMY nm. H. U. Muporo-
Ba A4nA npoBefeHns Heppobuoncum (CTapT MOYEBOro
CMHAPOMA B MJIafleHYeCTBe, CHKEHME GYHKLMY NOoYeK
B paHHeM Bo3pacTe). Pe3ynbraTbl MOPPONOrmYeckoro nc-
cniefoBaHUs 6blIM HEOOXOAUMbI /151 yTOUHEHUA AnarHo-
3a 1 onpefeneHna TakTUKK JIeYeHus.
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B ceHTAabpe 2014 r. npoBeageHa Hedppobmoncus
(19417/14): cBeTOBaA, INEKTPOHHAA MUKPOCKOMUA; OKpa-
CKW: reMaToKCUNH 1 303uH, LWWK-peakunsa, Tpuxpom no
MaccoHy, KoHro KpacHbim. [Tpy 3TOM AOCTaTOUYHbIM AnA
MOpPONOrnyeckoro ncciefoBaHna cumTaetca buonTar,
copepXawmim He meHee 8-10 knyboukos [6]. B 6uonTa-
Te, MONYyYeHHOM OT Hallero nauueHTa, onpeaensanocs 12
rnomepyn.

Mo nuTepaTypHbIM AaHHbIM, Mopdonornyeckas Kap-
TUHa NPW HacNeACcTBEHHbIX HehponaTUAX XapaKTepusy-
eTcA 06HapyKeHMeM KJlyb0oUKOB Pa3IMYHON BEINYMHDI,
a TakXKe MefIKMX KIy6OUKOB U KUCT, BO3MOXKHO Hanunume
CKJ1epO3UPOBaHHbIX KNyH6oukoB, numboLnTapHaa UH-
dunbTpauma nHTepcTMuna. Mpu sNeKTPOHHONW MUKPO-
ckonun 6a3anbHble MemMOpaHbl FoOMepys TOHKUe C yToJI-
LWeHemM 1 OfHOBPEMEHHbIMUN y4YacTKamMm NPOCBETIEHNA.
MNMono6Hble M3MeHeHNA Kacanncb He ToNbKo 6a3anbHON
MeMOpPaHbI IFIOMepys1, HO 1 KaHanbLeB. VIMMyHHble KOM-
nnekcbl He obHapyxnBanuco [1, 3, 6].

Mpu nccneposaHny GronTaTa y Halwero nauMeHTa Bbl-
ABMEHbI KJTyOOUKUN Pa3fiNuHON BEIUUHDI: OQUH MeSKUN
Knybouek rnobanbHO CKNepo3npoBaH, OCTalbHble Kily-
6OUKM C HECKOJIbKO HEPABHOMEPHON TONLUHOM CTEHOK
KanunnapHbIx netesb. MNponndepaTnBHbIX 1 CKepoTrye-
CKMX M3MeHeHMIN HeT. KaHanbLbl NpenmyLeCcTBEeHHO C TOH-
KM 6a3asibHbIMU MeMOPaHaMm, HePPOLUTDI C 3€PHUCTON
LMTOMNa3MON, HEKOTOPbIE C BaKyONMU3MPOBAHHOW LUTO-
nnasmowu, ¢ AeckBamaumen anuKkanbHbIX YacTel B MPOCBET.
NmetoTca aTpoduryHble KaHanbLbl C yNOWEHHbIM Hedpo-
Tenvem, cogepxalume B npocsete LUNK-nonoxuntenbHblie
Maccbl, CBUAETENbCTBYOLWME O BocnaneHny. Ovarn nepur-
NOMepPYNAPHOro, NepuTybynapHOro 1 NepUBacKyNAPHOro
CKfiepo3a MHTepCTULMA 3aHUMatoT okono 10 % nnowaaw.

B 30He cknepo3a oTMeyaeTca yMepeHHasa MOHOHYKIe-
apHasa nHounbTpauusa. ApTepurosnbl 6e3 0Cco6eHHOCTEN.
ApTtepun HeT. [pn okpacke KOHIro KpacHbIM amunoung He
BblABNEH. VimmyHobnoopecueHUUA: MMYHOTNOOYUHBI
(Ig) A, Ig G, Ig M, C3, Clg — oTpuuaTenbHble. DNeKTPOHHO-
MUKPOCKOMUYECKOEe NCCNefoBaHMe: Ha MIIOTHbIX cpe3ax 4
knybouka. Knybouknu obbluHoro pasmepa, 6e3 runepkne-
ToyHoCTU. MIHTepcTuymii 6e3 ocobeHHOoCTe, cnabas ru-
Aponuueckasn auctpodusa snNUTenmsa KaHasbLes. TonwmHa
N ynbTpacTpyKTypa 6asanbHbiXx MeMOpaH Kanunnsapos
COOTBETCTBYIOT HOpMe. Marsible OTPOCTKM NOJOLMTOB CO-
XPaHEeHbI, UMEITCA 0Yarn Ux pacnnacTtbiBaHusA. [leno3untos
HeT. [laHHbIX 32 UIMMYHOKOMMJIEKCHOE MopaeHune 1 UH-
TepcTuumanbHOe NOBPEXAEHNE He BbIABIIEHO.

Pe3ynbTaT npoBeaeHHONM 6MONCMM NOYEK COOTBET-
CTBOBAJl HOPMe, HO MOT HabnwaaTbca U Npu 6onesHn
MUHUManbHbIX U3MeHeHWI (60N1e3HN MasblX OTPOCTKOB
noaouunToB) B Nepuog pemuccun [4].

Mo nuTepaTypHbIM AaHHbIM, TMCTONIOTMYEeCKan KapTu-
Ha NPU MUHUMAJbHbIX M3MEHEHMAX (OKpacKa No [PKoHCy —
Moypwu, x200) xapakTepmnsyeTca NCYE3HOBEHNEM HOXKEK
NnoJoLMUTOB, YyMePeHHO runeptTpodurein MesaHrmanbHom
KNEeTKM 1 06pa3oBaHneM MeMbPaHONOAO6HOMO BELLECTBa,
npwv 3ToM 6a3anbHble MEMOPAHbI He N3MEHEHDI. TakKe Bbl-
ABNAETCA CrNaXXeHHOCTb UM OTCYTCTBUE MasblX OTPOCTKOB
nogountoB. OHM pacniacTaHbl MO HaPY»KHOW NOBEPXHO-
cTn 6a3anbHoOM MembpaHbl KNyboUKOoB, B 1X Tenax yBenu-
YeHOo cofeprkaHue BaKyosnew, TM30COM 1 APYrx opraHen.

Broxumnuyeckoe nccnegoBaHne Moyu, NPoBefeHHoe
B8 PAKBE PHUMY um. H. U. NMnporosa, BbIABUNO KanbLny-
puto 1 ocdaTtyputo.

Mo pe3ynbTatam GMOMCKUN MOYEK B COOTBETCTBUM
C MPUIHATBIMA KITMHUYECKUMI peKoMeHaauusamum [2] 6bina

Ha3HayeHa rNIoKOKOPTMKOCTeponaHaa Tepanma B fo3e
60 Mr (2 Mr/Kr B TeueHue 8 Hefienb) C NocneayoLWM ab-
TEPHATMBHbIM pexXnMomM 60 Mr/48 4 1 NocTeneHHoN non-
HOW OTMeHO Yepes 6 MecsLeB. IddeKT OT Tepanuu Obin
HECTOWMKNM, 1 B CBA3U C COXPAHAIOLLENCA NPOTENHypurein
(no 1 375 mr/cyT.) 6bin Ha3HayeH LinknocnopuH 250 mr Ha
17 mecaueB n 15 gHeln, HO 13-3a COXPaHAIOLENCA NPOTEN-
HypuUK Npenapar 3aMeHeH Ha npenapaT MukopeHonoBas
Kncnota 1440 mr/cyT. Ha 7 MecaueB. B Tepanum 6binv Takke
Anbdakanbumgon 500 mr/cyT., Kanbuma kapboHat 1,0 r/cyT.
N MHIMOUTOPbI aHMMOTEH3MH NpeBpaLLatoLLero ¢pepmeHTa
(3Hananpwuna manear v rMgpPOXIopPoTMasna) 5 Mr/cyT.

B deBpane 2016 r. B cembe NosBAAlTcA 6paTba-6mm3-
Helbl, Y KOTOPbIX C TPEXMECAYHOIO BO3pacTa perncTpu-
pyeTcsa NpoTenHypurs. DTO OOCTOATENBCTBO U OTCYTCTBUE
addeKTa OT UMMYyHOCYNPECCUBHON Tepanun y Hallero
nauuneHTa (NpoTenHypua coxpaHanacb Ao 1 200 mr/cyT)
B COUETAaHUN C HanMunem B HeppobuonTaTte KybouKoB
pa3nuuyHOM BennUYnHbl NoTpeboBano UCKYeHUsa Ha-
cnefcTBeHHON HedponaTuu.

[eHeTMyecKoe nccnegoBaHne METO4OM aBTOMaTUYe-
CKOro cekBeHMpoBaHuA no metody CeHrepa Bceln Koau-
pytowen obnactu reHoB NPHST n NPHS2 pedekTtoB He
BbIABWIO [7, 8], YTO MO3BONMIIO NCKITYUNTL BPOXKAEHHbIN
CcTeponopesnCTeHTHbIN HedpuT. InarHoCTUPOBaHbI FeHbl
NPHS1 n NPHS2. Ten NPHS1 pacnonoeH Ha gAvnHHOM
nneye xpomocombl 19 (19q13), coaepkut 29 3K30HOB, KO-
OMpyeT BblpaboTKy HedpuHa — 6enKka LeneBon MemopaHsbl
He¢dpoHa, 06ecneyrBaloLLErO CENIEKTVBHYIO NPOTEVNHYPUIO
[7]. Ten NPHS2 pacnonokeH Ha AnvHHOM nieye 1-i Xpomo-
combl (1925-931), kogupyeT cruHTe3 6enka nogouuH. Mpwm
MyTaLMM reHa Pa3BUBAETCA BPOXKAEHHbIN CTepounaopesn-
CTEHTHbIN HedppOTMUECKNI cCHAPOM [8-9].

PeTpocneKTuBHbIN aHanu3 nctopun 6onesHn na-
umeHTa (4ebT MOYEBOro CMHAPOMA B MJlafeHYecTBe
C NporpeccMpoBaHMeM MOYEYHOW HeJOCTaTOYHOCTH,
CTOMKanA rmnoKanbLemmns, ann3obl BO3MOXHOIO OTXOX-
[eHNA MeNIKoro KOHKpeMeHTa (60/1b B NOSICHULE B COoYe-
TaHUWN C YaCTbIMM MOYENCMNYCKAaHNAMU, NNeNKoUUTypuen
B 2004 1 2009 rogax), NPM3HaKK NOYEYHOW ANCMNA3NN
npu 6roncum noyek (pasnnyHada BenMYMHa rnomepyn), rv-
nepkanbue- 1 runepdpocdatypusa) u JaHHblE CEMENHOTO
aHaMHe3a (MpoTenHypua y Mnaglumnx 6paTbeB-6/113HeL 0B
C TPEXMECAYHOro BO3pacTa 1 340poBas MnajLan cectpa)
Mo3BONWMM AMArHOCTUPOBATh Y NaLmeHTa 6one3Hb [leHTa.

Ha ¢doHe npoBepeHHON Tepanun y naumeHTa BoC-
CTaHOBUNIAaCb KOHLEHTPALMOHHAA CNOCOBHOCTb NoYekK
(1019-1025), ckopocCTb Kny60ouKOoBOWM GpunbTpaLmu no
KNUPEHCY SHOOreHHOro KpeaTnHMHa BOCCTaHOBUAACh A0
122 ma/MuH.

B HacToAWwee BpemA NauneHT noayyvaet Tepanuio
B COOTBETCTBMU C KINHMYECKMMN pekoMeHAaumnamun [2]
(Konekanbumoepon, Kanbuus kapboHaT, MarHe B6, JleBo-
KapHUTWH, KynecaH u SHananpwn 10 mr/cyT. ¢ Hedpponpo-
TEKTUBHbIM eNCTBMEM).

3AKJTIOMEHUE

OnucaHne cumntomoB 6onesHu [leHTa BrepBble
6binn caenarbl B 1964 r. K. leHtom n M. ®prgmaHom.
Snugemmonorua 3aboneBaHna HensBecTHa. bonesHb
[leHTa - pefkaa HacneacTBeHHadA Hedponatua. B HacTo-
Allee BpeMs M3BeCTHO 250 cemeli ¢ AaHHbIM 3aboneBa-
Huem 1 174 Tna pa3nnyHbix myTaumin reHa CLCNS mnnu
OCRL1. B 25-35 % cnyyaeB NONOMKM B YKa3aHHbIX reHax
BbIABNIEHbI He OblNK, 0fHAaKO BO3MOXHO BblfBNIeHVe Je-
¢dekToB gpyrux reHos [1, 3].



BbonesHb [leHTa xapakTepusyetca AUcdyHKLUMEN NPOK-
CUMANbHBIX MOYEYHbIX KaHaNbLIEB B BMAE HU3KOMOSEKYNAP-
HOW MPOTeNHYpWK, runepkanbLmypuu, pocdatypum ¢ pas-
BUTUEM HedpOoKanbLHO3a/MOYeKaMeHHOI 6onesHu, Npo-
rpeccupytoLlern NoYeYHOM HeJOCTaTOYHOCTbLIO U PAXUTOM.
[e6loT MOUYeBOro CMHAPOMA C MPOrPECCUPOBAHNEM MOYEY-
HOW HeJOCTaTOYHOCTV BbIABNAETCA B Bo3pacTe 3-5 net [1, 3].

len CLCN5 pacnonokeH B KOPOTKOM nyieye X-Xpo-
MOCOMbI B NonoxeHun 11.23, kognpyeT CUHTE3 B NPOK-
CUManbHbIX KaHanbuax 6enka CIC-5, n3sectHoro Kak H+/
Cl-obmeHHUK [T, 8].

leH OCRL1 pacnonoeH B A/IMHHOM njieye X XPOMOCOMb!
B MonoxeHun 26.1, koampyeT obpazoBaHne GepMeHTOB, KO-
TOpble MoANGULIMPYIOT IUMUAHbBIE MONEKYSIbl B KaXKAOM KNeT-
Ke opraHu3ma. HapylueHrie nunugHoro obmeHa B MOYeUHbIX

JINTEPATYPA

KaHanbLiax NPoABNAETCA B HapyLLeH GyHKLMK novek. Knw-
HYECKM MOXeT NpoABnATbcA cuHapomomM PaHkoHu [1, 3].

Takum o6pasom, 6onesHb [leHTa MeeT reTeporeH-
HYI0 MONEKYNIAPHO-TEHETUYECKYI0 OCHOBY. KnnHnYeckne
NpoABNEHNA ee CKyfHble 1 XapaKTepun3yloTca B HEKO-
TOPbIX C/TyYanAx Pa3BUTMEM paxuTa MU OCTEOMANsLNN,
HedpoKanbLUMHO3a, OTXOXKAEHNEM MENKMX KOHKPEMEH-
TOB. [laHHOEe 3aboneBaHKe NPoABAAETCA NoAUMopPPu3-
MOM JTab0PaTOPHbIX U3MEHEHNI B MOYE 1 KPOBU, PAHHUM
pa3BUTUEM XPOHMYeCcKol 6one3Hu noyek. Ana sepudu-
Kaumm HacneacTBEHHON HedponaTum HeobXoaANMO reHe-
TUYECKOE TUMMPOBAHKE NAaTOrHOMOHUYHbIX FEHOB.

KoHnukT nHtepecos

ABTOpPbI 3aABASIOT 06 OTCYTCTBMM KOHONKTA MHTe-
pecos.
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