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KJIAHUYECKHHN CJAYYAHR: BOJIE3Hb JJEHTA Y PEBEHKA

Annomayus. B crathe mpecTaBlieH KIMHHUYESCKHNA CiTydail KpaifHe peikoil op(aHHON MATOJIOTHH MOYEK —
Oonesnn Jlenra. D10 penkas X-cleIuIeHHas peliecCHBHAs POKCHMalIbHas TyOyJIomaThs, XapaKTepu3yIomascs
Hu3KoMoneKyisipHoi (LMW) nmporenHypueid, runepkaibypreil, He(ponuTra3oM 1 MeUIEHHO IIPOTPECCUpPYIO-
e MOYECYHON HETOCTATOYHOCTBIO.

Hemuornm 6onee 15 ner Hasang B Poccun nmarnos 6omnesss /leHTa He TMAarHOCTHPOBAJIH, U JJAHHYIO MaTo-
JIOTHIO YacTO OMKCHIBAIIM KaK HE()POTHUECKHUI CHHPOM M3-3a BBICOKOH MpoTenHypHu. [10 HEeMHOTOUMCIEHHBIM
JaHHBIM JHuTepatypsl y 30 — 80 % manueHToB My)KCKOTO IT0J1a HAaOII0gaeTcs MpOorpeccCupoBaHne TIOYEUHON He-
JOCTaTOYHOCTHU 10 TepMHUHAIBHOU cTaauu B Bo3pacte 30 — 50 set. Borpoc o HaciieACTBEHHOMN MaTOIOIMU ITOYEeK
BO3HHUKAET B CITydae, eCli y peOeHKa OTMEYAr0T MOYEBOI CHHAPOM: ITOBBIIIIEHHOE COJIEpPKaHNE B MOUE aIbOYMH-
Ha, DPUTPOLUTOB, JEHKOINTOB, IMINHAPYpHH. [lalineHTsI TakKe MOTYyT UMETh HU3KHH POCT, OZHAKO 3TO Ooiee
xapakTepHo Jurs 6ones3nu Jlenra 2-ro Thna. JInarHocTHKa BpOXKICHHBIX M HACJISICTBEHHBIX 3a00JIeBaHHH MOYEK,
KOT/Ia OHM HE CONPOBOKIAIOTCSI KOCTHBIMH WJTH IPYTUMHU BHEIITHHMH CHMIITOMaMH, I0CTaTOYHO ciioxHa. Kpome
TOTO, NIPY MOPAKEHNU KOCTHOHM CHCTEMBI 00JIe3Hb JleHTa JyacTo MyTaroT ¢ THHo(ochaTeMIdeckuM paxutom. J{is
TIO/ITBEPIK/ICHNUS TMarHo3a 6oJe3Hn JleHTa HeoOX0IMMO MOJIEKYIISIpHO-TeHeTHIeCKOe HecliejoBanye. JleueHne B
OCHOBHOM HaIlpaBJIeHO Ha MPOPHIAKTHKY KaMHEOOpa30BaHUsL.

Bniepsrie 6omne3np [lenta 6puta onmcana C.E. Dent u M. Friedman B 1964 rony. B OonpmmHcTBe Ccitydaes
3aboneBanue oOycionneHo myTanusmu reHa CLCNS (1 tun 6onesnn Jlenta) u rera OCRL1 (2 tun Gonesnu
Jlenta). M3-3a KIMHUYECKOH TeTepOreHHOCTH JAHHOTO 3a00NeBaHMs SIMHUIEMHONIOTHs HensBecTHa. [lo Bcemy
MHUpY omucano okoiio 250 cemeii ¢ maHHOW matonorueil. MHorue GpeHOTHIUYEeCKUe BapuaHThl Oone3nu JleHra
OIMCHIBAIOTCS KAaK OTAENbHAsI HO30JIOT WS, HapuMep, X-CIEINICHHBIH pelleCCHBHBIA He()pOIUTHA3 C TTOYEHOM
HEJI0CTaTOYHOCTBIO, X-CLEIJIEHHbIH perecCUBHbIN runodocdareMryecknii paxut, ceMeiiHasi HauonaTnyeckas
poTerHypust ¢ HU3Koi Maccoil (LMW) ¢ runepkanbiiiyprei B SITOHCKOH TTOITYJISIIIHN.

Pannss auarHocTrka Gonesnu JleHTa npoOiieMaTndHa, BEISBICHHE HHU3KOMOJICKYISIPHOH IPOTEMHYPHU JI0-
CTYITHO HE B JIIOOOH 1a00paTopuy, a TEHETHIECKYIO CBSI3b NPOCIEUTh OKa3bIBACTCSI HE BCerna BO3MOXKHO. [1o-
9TOMY BCeIZia JJOJDKSH HaCTOPaXXHMBaTh (DaKT JUINTEIEHOTO MOYEBOTO CHHPOMA y AeTel, 0COOEHHO CONPOBOXKIA-
IOIUICS ceMeHHON MPeapacoIKeHHOCTHIO K TOYEYHON MaToIOTHH.
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CLINICAL CASE: DENT DISEASE IN A CHILD

Abstract. The article presents a clinical case of an extremely rare orphan pathology of the kidneys: Dent’s
disease (DD). It is a rare X-linked recessive proximal tubulopathy characterized by low molecular weight (LMW)
proteinuria, hypercalciuria, nephrolithiasis, and slowly progressive renal failure. According to the few literature
data, 30-80 % of male patients have progression of renal failure to the terminal stage at the age of 30-50 years.

A little over 15 years ago, Dent’s disease was not diagnosed in Russia, and the pathology was often described
as nephrotic syndrome due to high proteinuria. According to the limited literature data, 30-80 % of male patients
experience progression of renal failure to the terminal stage at the age of 30-50 years. The question of hereditary
kidney pathology arises if a child has urinary syndrome: increased levels of albumin, red blood cells, leukocytes,
and cylindruria in the urine. Patients may also be short, but this is more common with Dent’s disease type 2.
Diagnosis of congenital and hereditary kidney diseases, when they are not accompanied by bone or other external
symptoms, is quite difficult. In addition, when the skeletal system is affected, Dent’s disease is often confused with
hypophosphatemic rickets. To confirm the diagnosis of Dent’s disease, a molecular genetic study is necessary.
Treatment is mainly aimed at preventing stone formation.

Dent’s disease was first described by C.E. Dent and M. Friedman in 1964. In most cases, the disease is caused
by mutations in the CLCN5 gene (type 1 Dent’s disease) and the OCRL1 gene (type 2 Dent’s disease). Due to the
clinical heterogeneity of this disease, the epidemiology is unknown. Around the world, about 250 families with
this pathology have been described. Many phenotypic variants of Dent’s disease are described as a separate entity,
for example, X-linked recessive nephrolithiasis with renal failure, X-linked recessive hypophosphatemic rickets,
familial idiopathic low-weight proteinuria (LMW) with hypercalciuria in the Japanese population.

Early diagnosis of Dent’s disease is problematic; detection of low molecular weight proteinuria is not
available in every laboratory, and it is not always possible to trace a genetic connection. Therefore, the fact of
prolonged urinary syndrome in children, especially accompanied by a family predisposition to renal pathology,
should always be alarming.

Keywords: Dent’s disease, tubulopathy, low molecular weight proteinuria, hypercalciuria, nephrocalcinosis,
urinary syndrome, renal failure, gene mutation.

Brenenne.

Bomesnp JleHTa OTHOCHTCS K KpaifHe peaKoil (popMe HaCNIeICTBEHHBIX TyOyIOnaTHii ¢ moBpexKIe-
HUEM TPOKCHMAJBHBIX KaHaJbLEB. DIUJAEMHOJIOTHs 3a00JeBaHNsI HEM3BECTHA, HO BCTPEUaeTCsl Ha-
CTOJIBKO PEJIKO, UTO HE BKIIIOYECHA B KIIMHUYECKHE PEKOMEH/IAINY 110 TyOYJIONATHsIM y JeTe, TaK Kak
Ha Cero/IHSIIHMIA JIeHb HUKaKas Tepanus b/l He Obuta 0(UIKMAIBEHO IPUHSTA.

TyOynonarus — 3TO Tpynna reTeporeHHbIX 00Je3HEH MOYEBBIBOASIICH CHCTEMBI, CBS3aHHBIX C
nmpobiaemMamMu peabcopOIMK B MOYEYHBIX KaHANbIaX. KimHnYeckas kKapTHHA pa3HOOOpas3Has. JTa 1ma-
TOJIOTHSI NIPOSIBIISIETCSI CHMITOMAMH HEXBAaTKM ONPEIENICHHBIX MUKPOJIEMEHTOB: y pedeHka HalIo-
JIAfoTCs ¢1aboCTh, 00€3BOXKNBAHNE, KOJICOAHNS IABICHHS, MTOJINYPHsl, TUIIOTOHUS MBI H T1p. Tak-
K€ MOTYT BO3HHUKATh XapaKTEpHBIC Ul paXUTa CUMITOMBL. J[MarHOCTHKA MPEINoaracT He TOJIbKO
71a00paToOpHBIE aHAIN3bl U PEHTI'€HOJIOTUYECKOE HMCCIIEIOBaHUE, HO M M3yYEHHUE 3/I0POBbSI CEMbH B
HECKOJIbKHX TOKOJICHUsIX. JIeueHne sSBIsieTcs CUMITOMATUIECKUM U HAalPaBJICHO HAa yCTPAHEHHUE Jie-
(unrTa MUKPOAJIEMEHTOB B OpraHn3Me peOeHKa. AKTYaJIbHOCTb ATOW POOJIEMBI SIBIISICTCS BBICOKOH,
TaK KaK TyOyJIOIIaTHH — 3TO JOCTaTOYHO OOJbIIAs TPyMIa 3a00JeBaHN M 9acTOTa TyOyJIomaTuii pas-
Hasl: BO-TIEPBBIX, 3a00JIeBaHKE ITPOTEKAET KaK PaXUT, U 110 ONPE/ICICHHBIM IPUYMHAM JIHarHOCTHPYIOT
€ro 4acTo y)K€ Ha CTaJHH, KOT/a IMOYEHYHAs! HeJOCTaTOYHOCTh CTAHOBUTCSI XPOHUYECKOH, TO €CTh ee
YK€ TPAKTUYECKN HEBO3MO)KHO KOPPEKTHPOBATh; BO-BTOPBIX, MHOTUE PA3HOBUAHOCTH U OTAEIbHBIC
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CHUHJIPOMBI, KOTOPBbIE OTHOCATCSI K TyOyJonaTusM y JeTeil, Tak ¥ He U3Y4EHBI MOJHOCTBIO, TOITOMY
JOCTYIHA UCKJIIOYUTEIILHO Teparus Mo iepKuBatomero Tnna [1].

Brepesie 0osie3ns Jlenra Obuta onucana B 1964 rony Opuranckumu uccienosareasimu Dent C.E.
n Friedman M., koTopble onmucany KIMHUYECKUE CITydan y JIeTeH ¢ paxuTHIECKoH nedopmariei Ko-
CTel, MPOTEUHYPHUECH, FHIIEPKAIbIYypUel, HepoIuTHA30M U cHIbKeHne (yHkiun nouek [2]. B 1994
rony Wrong O.M. u coaBt. BBesM NOHATHE «001e3Hb JleHTay. Ha cerogHsmHuil 1eHb BBIICISIOT 2
tumna 6one3nn Jlenra (BJ1). 1-it Tun oOycioBnen mytanueit rera CLCNS, KOTOpBIil pacrionoxeH Ha
KOPOTKOM I1e4de X-xpomocoMsl (60 % manueHToB), 2-if Tun o0yciosien mytarueid rera OCRL, pac-
TIOJIOKEHHOTO Ha JUIMHHOM Iuiede X-xpomocomsl (15 % nanmentoB). Y 25 % nanueHTOB MyTaluH
JIAaHHBIX TEHOB He OOHapyxuBatorcs [3, 4, 5].

[Tpu nepexre B CLCNS yBenmunBaercs yposeHs naparropmona (I1TT7), 4To mpuBOIUT K CHUYKEHHIO
BeIpabotku NaPi-Ila, qanee pazsuBaeTcs runogpochareMust ¥ KITMHAIECKUE MTPOSBICHIUS paxuTa [6].

lunepkanpumypust oOycioBieHa HapymeHueM peabcopOuum nonoB Cl- m runepnpomykuuei
KaJbIIUTPHOIIA TIPH H30BITOYHOM akTuBanmu | a-ruapokcmnassl [ITI [7, 8].

Knunnueckas xkaptuaa Bl mocrarouno pasHooOpasHa. Hanbosiee 4acThIMH CHMIITTOMAMHM SIBJISI-
I0TCsI HU3KOMOJIeKyIsipHast ipotennypust (100 %), 9acTo rumepkagbIuypHs U CHHYCOBasi apUTMHUS
(85,7 %). B GompmmHCTBE CiiydaeB BCTpedaeTcs HE(POKAIbLUHO3 U XPOHWYECKas: OOJIE3Hb MOYEK
2 — 3 craguu (64,3 %), runepdocharypust (57,1 %) u pexe 3aaepxka pocta (28,6 %).

Taroke ommMcaHbl pa3nu4Hble (eHOTHIHYeCcKie BapuaHThl b/l, HanpuMep X-CIETIICHHBINA periec-
cuBHbIH HedponuTHas [9].

B/l 1 1 2 THma HECKOJIBKO OTIIMYAIOTCS YaCTOTON Pa3BUTHS OTJEIBHBIX CUMIITOMOB (Tali. 1).

Tabmuma 1 — IIpossnenns BJI pasueix tumos (MA de Matties et al., Nature Review Nephrology, 2017)

XapaKTepUCTUKI B/l 1 tun B/l 2 tun
HuskomoueKyssipHas IpOTeHHYpHUst 100 % 100 %
I'unepkanpuuypus 90 % 86 %
Hedpoxanbunaos 75 % 39 %
AMuHOAIUAYpHs 41 % 52 %

XBII 5 crapust 30 % 70 %
I'imodocdaremns 22 % 24 %
Paxutnueckue gedopmannn 32 % ?

[mroxozypust 17 % 11 %
[osbimenue yposus JIJI, KOK B kposu peaxo 4acTo

Hedpoouomncus npu b/] He mokaszaHa, T.K. MO)KHO BBISIBUTH TOJIBKO HECHIEIU(PHYECKHUE MTPOSIBICHHS
B BHUJIE ITIOMEPYJIOCKIIEPO3a, HHTEPCTUIIHATIOTO (GrOpo3a, TyOy sIPHOTO TOBPEXKICHUSI.
Crneunduueckoii Taprernoit tepanuu b/l He paspaborano. Haznauyator Hecnenuduyeckoe Jieue-
HUSI B BUJIE€ TIOBBIIIEHHOTO MUTHEBOTO PEXHMMa, NIPENapaToB HHIHOMTOPOB KPUCTAIIO00pa30BaHMs, C
OCTOPOXKHOCTBIO ITPOBOJIAT JICUEHHUE PaXUTa BUTAMUHOM /1.
IIporuo3 BJl cBsizaH ¢ pa3BUTHEM TEPMHUHAIBHOW CTaIUM XPOHUYECKOW Oosie3Hu moyek. [Ipu
1 tume y 30 — 80 % iy mysxckoro nona XBII 5 cragum pazsuBaercst B Bozpacte 30 — 50 set. 2 Tvn
B/l 6onee HednaronpusaTHbIA o nporuo3dy: y 70 % tonomreit XBI1 5 cranuu pa3BuBaeTcsi B Bo3pacte
1o 20 ner [10].
Leap uccaeq0BaHUs: ONMHMCAaHUE KIMHUKO-TA0OPAaTOPHON KapTWHBI Oome3Hu Jlenta | Tuma
y masipanka 13 sier B Pecriyonuke Caxa (SIkyTus).
Marepuas 1 MEeTO/AbI HCCJITOBAHMS.
[TpoBeneH peTpOCIEKTHBHBIN aHAINW3 UCTOPHM OONIe3HH IMallMeHTa, HaXOAMBIIErocs Ha Cra-
IUOHAPHOM JieueHUH B Hedpomormdeckom otaencHuu [lemmarpmueckoro nentpa [AY PC ()
«Pb Ne 1-HIIM um. M.E. Hukonaesay, rjie npoBe/ieHO yriIyOieHHOoe 00CIieloBaHHe H JIeYeHHE.
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Pe3ysbTarhbl U 00CyKAeHHE.

Pebenox C., 13 siet. moctynui ¢ xanodamMu Ha X-00pa3HOe UCKPUBIICHNE HOT, N3MEHEHHYIO I10-
XOJIKY, 00N B HOTax IpH X0/1b0e, 3aJEPIKKy POCTa, MOTIUBOCTD.

W3 anamue3a )xu3Hu: peOeHOK 0T 4 OepeMEeHHOCTH, poTekasiieil Gpusnonornuecku. Pousr 3-p1 B
CpOK, ectecTBeHHBIE. Bec npu poxkaenun 3720 1, poct 55 cm. Onenka no mkane Anrap 8/9 0anios.
K rpyau mpuoxeH Ha 1-e cyTku. Beinucansl U3 poajgoma Ha 5-e cyTku. ['pynaHoe BCkapMiIMBaHHE /10
rona. IlcuxomoTtopHoe paszsutne 110 1 Tofa 1o BO3pacTy: MepBbie 3yObl MOSBHINCH B 4 Mecsla, CUANT
¢ 6 Mecs1EeB, XoauT ¢ 1 roza.

[epenecennsie 3adoneanus: OP3, OPBU, Berpsinas ocma B arpene 2013 1., OpOHXOMHEBMOHUSI.
[TpuBMBKH MOTy9al MO KaJleHAapio, TyOepKyIMHOBBIC IPOOBI OTpUIIaTeNbHbIC. TpaBM, onepanuii He
Ob110. Atuieprun HeT. HaciieIcTBEHHOCTS, CO CJI0B MaTepy, He OTATOLIEHa.

W3 anamuesa Oone3Hu: B BozpacTe | rosja 3ameTwiu uckpusieHue Hor. B ¢despane 2013 rona,
B Bo3pacrte 3,5 neT 00parmiinch 3a MEJUIMHCKON IIOMOIIBIO 110 MOBOAY 00JIel B )KUBOTE B IICHTPAJIb-
HYIO paiioHHYI0 OoJbHUIlY. B aHamm3ax Moun ObuIa BBISIBJICHA NPOTEHHYPHS M remMaTypusi. PedeHok
OBLT TOCTTUTATU3UPOBAH B JIETCKOE OTneneHue, rae Haxoawmics ¢ 03.04 mo 13.04.2013 1. ¢ ruarao3om
OCTpBIH IIOMEpYIOHE(DPUT ¢ MPOTEHHYpPHEH U remarypueil, nedopmariyst rojieHei, aHeMusl JIETKOi
CTEIICHHU, COCTOSTHHE TI0CJIE IIEPEHECEHHOH BETPSIHOM OCIIBI.

[Manment ObuT HampaBieH Ha oOcnenoBaHKe B Hedpoiorudeckoe oraeneHue [lenuarpuueckoro
uenrpa [AY PC(A) «Pb Ne 1-HIIM um. M.E. HukonaeBa». B OAK BrisiBieHa 203uHOGMINS 10 24
%, B OAM — nporennypus, MUKporeMaTypusi, pocharypus, S3KCTpapeHaIbHBIX CHMIITOMOB HE OBLIO.
bb10 Ha3HAYeHO JIeueHre BUTaMHHOM J] M nipernapaThl Kajblusl, KOTOpble peOeHOK MPUHIUMAI KOPOT-
KHMH Kypcamu 1o 2 Henenu (B arpene u ceHTsa0pe 2014 r). Opromeom peKOMEHI0BaHO KOHCEpBa-
TUBHOE JICUEHHE.

B amnpesnie 2014 1. u okTs16pe 2016 1. mpomren obcnenoBanue B CeBepo-3amagnoM [ocynapcTen-
HOM MenuiHckoM yHuBepeutetre uM. V.M. MeunukoBa. Y peOeHKa COXpaHsIIaCh MPOTEUHYPUST 2 —
2,9 /1, B kpoBu ocdop 0,8 Mm/i1. Beut mocrasien auarnos: ¢pocar-guader AB-Tur. Pexomennona-
HBI POKAJBTPOJ, PELYKTO-CIIEIHAI.

B okrsi6pe 2016 r. Hauaro sieueHne npeanu3onoHoM 20 Mr/cyT. — 1 Mecsl, ¢ KOHIIa HOsIOpsl HauaTo
camxkenne 1o3bl. C Mapra 2017 1. Bo3Bpar k Jo3e 20 MI/CyT. n3-3a COXpaHEHHs IPOTEHHYpHH. Takxke
MIPUHKUMAJI KallbIIEMHUH, POKAIbPOIl, peyKTO-CIenall.

B xonue 2017 . pebeHOK Tu1aHOBO 00cienoBaIcs 1 Jiedrics B HedposornyeckoM otaenenuu [le-
nmuarprdeckoro neatpa «Pb Ne 1-HIIM mm. MLE. HukomaeBay. Y Hero Bce Tak ke COXpaHsIIach Mpo-
TeuHypus 2,2 1/cyT, kpeaTuHuH 97 — 69 MM/, moueBuHa 9,1 — 8,3 MM/, Kanbimid — 2,3 MMOJIB/J,
¢docdop 0,8 — 1,0 mmons/n1, menounas gocgaraza 272 ex. K neuennto 661 100aBICH IUKIOCTIOPHH
A 60 mr/cyT.

UYepes rox, B nekabpe 2018r., y pebeHka KIHMHUYECKH ompenensercs cuaapoM Hienko-KymmH-
ra, poct 110 cm, Bec 29 kr. B kpoBu maparropmon 173 mr/mui, KpeatuHUH 76 MKM/MJI, MOYEBHHA
5,1 mmoib/n, mporennypust 1,78 r/n, [IpoBeneHa orMeHa KOPTHKOCTEPOUIOB, Ha3HAUSH KYPC CaHIUM-
MyHa Ha | rox, mpomomkaeT mpuHIMaTh Kaubimid 500 mr/cyT, anbhakanpuumorn 0,25 MKT.

B ampesie 2019 1. (pedenky 9 ner, poct 110 cm) 6bu1 Hanpasnen B PI'BY «HMULL Duo0kpuHoIo-
rum» Munzapasa Poccun 11t yTOUHEHHS AMarHo3a. 3a BpeMsi HaOII0AEeH!sI KITMHUYECKH OTMEeYaeTCst
HIOJIOKUTENIbHAS IMHAMUKA [0 BapyCHOH aedopmaluy HOL. B anamu3ax MOuM NpOTEHHYpHS, Kajb-
muypusi, pochopypusi. B kposu: naparropmon 110 nr/mn, docdop 0,9 MM/, kpeatnHuH 61 MKM/1,
menounas ¢ocdaraza 1200 ex/n. Ha Y31 mouek — npu3HaKy MEIYIUIIPHOTO HE(PPOKAIBIINHO3A. 3a-
noo3pen cunapom Jlenta. [IpoBeneH reHeTHYecKnii CKpUHHHT, OJJTHAKO MYyTaIiii BBISIBICHO HE OBLIO.
PexomennoBan npuem s0cdopoca, ansdpakanpiaugona 0,25 MKT, IUTPATHOH CMECH.

B centsa6ps 2019 1. 1u1 moATBEpKACHUS TUArHO3a MAJIBUMK ObUT HAMpaBJIeH HAa 00CIEe0BAHUE B
HUKU nenuatpuu u aerckoil xupypruu umenu akajaemuka HO.E. Benstumesa, ®I'b6OY BO PHU-
MY um. H.W. TTuporosa M3 Poccun. Poct pebenka 113 cm, Bec 24,2 kr, BapycHast JeopMmaiusi HOT.
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B OnoxuMuYecKoM aHaaM3e KPOBU: KpeaTHHUH: 65 — 68 MM/, MoueBuHa 4,3 — 6,9 MMOJIB/JT, KaJib-
it 2,48 — 2,64 mmons/i1, pocdop 0,8 — 1,0 mmons/n1, menounas dpocdaraza 1200 ex. [Taparropmon
60 nir/mi1. Cyrounas nporeunypus 1,0 — 1,5 r/n — 0,8 r/cyt. [Ipu Y3U opraHoB OprouiHO# NONIOCTH U
TIOYEK BBISBICHBI TenatoMeranus, quddy3Hpie n3MEHEHHS TApEHXUMBI MTOYEK, MEJIKNE KaJIBI[HHATEI
B MMapeHXHUMe TI0YeK. PEHTIeH KucTel: KOCTHBIN Bo3pacT 5 — 10 jeT, mpu3Haku ocTeonopo3a. PeHTren
TOJICHEH: HeBBIpAKEHHAsi CUMMETPHYHAsl BapyCHasi oceBast Jedopmanusi 00Ib11e0epoBbIX KOCTEH.
[Ipu mpoBegeHNN CYyTOYHOTO MOHUTOPHPOBAHUS apTePHATLHOTO JaBICHHUS THIIEPTCH3NN HE BBISBIIC-
HO. 3aKJIIOYeHUE OpTolea: KOMOMHUpOBaHHAs Aedopmalys HHKHUX KOHEYHOCTEH C TOPCHOHHOM
nedopMaIeil TUCTaIBHBIX OTACTIOB, HapyIIeHHEe OCAaHKH. PEeKOMEHIOBAaHO: JIedeOHast (PU3KYIBTYpa,
Maccax, puznoTepanus. 3aKIIOUeHNe YHIOKPUHOIOTA: 33/IepXKKa pocTa. 3aKiIoueHne oTaabMoiIo-
ra: keparonarust. B nmaboparopun I'enomen O0buto BHOBB mposeneHo JJHK nccnenoBanne Ha naHesb
HACJIeICTBEHHBIX 3aboneBannii. Pesynsrar ot 12.03.2020 1.: BEIIBIIEHA TEMU3UTOTHAS MyTallKs B TCHE
CLCNS. Beicrasinen nuarno3: N25.8 Iepsuunas TyOynonarus Jlenra 1 tuna. XBIT 1 cramus. Ocreo-
mopo3. Jledopmanus HIDKHUX KOHEYHOCTEH. 3afepikka pocra. [lanneHTy Ha3HaYeHA CUMITTOMATHYC-
ckast repanusi: s0chopoc, anbhakansiuaon 0,25 MK, HaTpHs LUTpart, OieMapeH, MaHaHTUH KypcaMu
110 2 HEJIETH, OCTCOTCHOH KypCaMHu.

B 2021 r. 6pu1a cHIDKEHA 1032 30copoca u3-3a OTCYTCTBHS Mpenapara. [[imaHoBo MalBbImK Tpo-
JOJDKAeT HaOMroAaThest B HedporornueckoM otaesnenuu 11 PENe 1-HIIM.

B nmagane 2022 . OTMETHIIN OTPHULIATEIBHYIO JUHAMUKY ITO KOCTHBIM H3MEHEHUSIM: HCKPUBIICHIEC
TOJICHEH, MPEUMYIIECTBEHHO JICBOH T'OJICHN YCHJIMJIOCH B OOpPAaTHYIO CTOPOHY I10 THITy BaJbI'yCHOM
nedopMaIiy; Mpx X0a60€ MOX0AKa YXYAIINIACE TI0 THITY XPOMOTEI, OBICTPO yCTaeT.

B utone 2022 r. mosropHas rocnuranu3anus B HUKW neguatpuu 1 JeTCKON XUPYpPrUr MMEHH
akanemuka lO.E. Bensrumesa, ®I'60Y BO PHUMY um. H.U. TTuporosa M3 Poccuu, ¢ tuaraozom
N25.8 Ilepuunas TyOynomatus Jenrta | tuma. XBII 2 cragus. OcnoxHeHHe: 3aepKKa pocTa y
pebeHKa ¢ mepBUYHON TyOyrmomauei. J[BycTOpoHHMI Meny/UISIpHBIA HePpoKaabiHo3. OcTeormno-
po3. M21.6 KomObuHupoBaHHas AedopManusi HIKHIX KOHEYHOCTEH C TOPCHOHHOHN aedopmanneit
JUCTANBHBIX oTAenoB; M53.2 Hapymenue ocanku; R26.8 Bropuunsle Hapymenus noxoaku. Ilpu
o0ciie1oBaHNM B IMHAMHMKE OTMEUEHO CHIDKEHHE IaparropmoHa B 1,5 pasa, HapacTaHHe YpOBHS
(dhocdopa KpoBH, TUTIOKATUEMHUS U THUIIOKAIbIIUEMHsI, TTOBBIIICHHUE MIe0oUHON docdarasel. Peko-
MEHJI0BaHa Teparnus npemnaparamu pocdopa ¢ 6oree BEICOKHM cozepxkanueM docdopa (pemayKro-
CIIeIUa), yBEIWYCHHUE MO3bI anb(aKkalbluaoia, 036l OJemMapeHa, COONIOACHNE PEKOMEHIANN
opToInesa Mo MPUMEHEHHUIO OPTE30B U alllaparoB, pelleHHe BOIpoca 00 ONepaTHBHON KOPPEKIUH
KOCTHBIX JTe(hopMaItuii.

[Tocre BBIMUCKH, KPOME PEKOMEH/IOBAHHBIX MPENapaToB, MOJYYMI KypCe OCTEOreHa, 3aKOHYHI B
aBrycTe, Jlajee He MTOBTOPSIIL.

B nagane 2023 1. mraHOBas TOCTIHTANH3aNMs B Heponmorndeckoe otTaeneHne lleqmarpuaeckoro
nentpa «PBbNe 1-HIIM um. M.E. Huxonaesay.

OOBEKTHBHBIA OCMOTpP TIPH TOCTYIUICHUH: COCTOSHHE cpenHeil Tsbkectn. Poct 128 oM, Bec 34
kr. CaMO4yBCTBUE HE CTpAJlacT, MOJIOKEHHE akTHBHOE. PaxuTudeckas aedopManus cCkelieTa: HOrH
X-00pasHsble, Oosiee BBIpaKeHO ciieBa. [ pyaHas KieTka ¢ HeOOJIBIION ¢/IaBIeHHOCTHIO 110 OoKaM. YMe-
PEHHO BBIpKCHHOE HAPYIICHHE OCAHKU MO TUITY cKono3a. [IoakokHO-KHpoBas KjIeTyaTrka pa3BUTa
YIOBIIETBOPHUTEIBHO, paclpe/ielieHa paBHOMEPHO. BuauMbix oTekoB HeT. JInMQOy3ibl He yBEIUYEHbI.
Koxa ecTecTBeHHOW OKpacKu, YUCTas, CyXas. 3eB HE THIICPEMUPOBAH, MIHHJAINHBI HE YBEITHUCHBI.
3y0bl KapUO3HBIC, A3bIK BIAXKHBIHA, dncThiil. HocoBoe mpixanue ceodomHoe. YJI/1 20 B muH. B srerkux
BE3UKYJSIPHOE JIbIXaHUE, XPUIIOB HET. TOHBI cepAlla pUTMUUHBIE, sicHble, nryMoB HeT. UCC 88 B MuH.
Al 100/60 mm.pt.cT. JKHBOT MATKH#, ITpH Naibiaiuy 0e3001e3HeHHbIN. [IedeHb Mo Kparo pedepHOi
nyru. Cenesenka He nansnupyercsi. Cumnrom [lacrepHankoro orpuuaresibHbIi ¢ 00enx ctopoH. Mo-
Yencyckanue 6e300/e3HeHHOE, [IBET COITOMEHHO-XKeNThIi. CTyn opOpMIICHHBIH, exXeaTHeBHbIH. Ha-
PY’KHBIE TTOJIOBBIC OPTaHbI 10 MYXXCKOMY THILY.
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Y MajpuMKka B aHANIM3aX COXPAHSICTCS TMOBBINICHHBI YpPOBEHb INEIOYHOW (ocdarassl
1865.90 en/m, moueBmna 7.40 MMoOIb/1, kKpeaTHHUH 72.20 MKMOIB/I. B Mode oTMedaeTcs CHUKEHUE
wiorHocTr 1005-1008. besok B cyrounoit moye 10.01.23 0.94 r/n. [Taparropmon kposu 09.01.23 1.
375.90 nr/mut.

[IpoBoamBIIceCs eueHue: anbhakaTbIUA0N, KaJIHs, peaIyKTo, OremapeH, acapkaM, ButamuH /1.
PebGeHok OBbLT BBINMKCAH B YAOBICTBOPUTEIHHOM COCTOSHHH C PEKOMEHIAIMUSAMU. 3aIllIaHMPOBaHa T0-
BropHas rocrutanuzaiys B HUKUW neguatpun n netckoit xupyprun nMenn akagemuka O .E. Bensru-
meBa, ®I'6OY BO PHUMY um. H.U. ITuporosa M3 Poccumu.

B Hacrosiimee Bpemst 00JIpHOI MmoTy4aeT BUTaMHH /[, COCTOSHHE €ro yIOBIETBOPUTEIHHOE, IKC-
TpapeHalIbHbII CHHJIPOM OTCYTCTBYET, KOHIICHTPAIIMOHHAs! (DYHKIIHS TIOYEK B HOPME.

3akJiroueHue.

J1e6roT MOYEBOTO CHHIpPOMA B PAaHHEM BO3pacTe Bcerga TPeOyeT MCKIIIOYCHUS BPOXKICHHON HITH
HACJICICTBEHHOI maroyoruu. HecMoTpst Ha TO, YTO TEHETHYCCKOE UCCIICIOBAHKE TO3BOJIUIIO pacIuid-
poBaTh 3a00JIeBaHIE, KOTOPOE THTEIBHO PACIICHUBATIOCH KaK (hocdar-auadeT, y Bpada Mmo-mpeKHeMy
OCHOBHBIMH JIMArHOCTUYECKUMHU IIPUEMAMHK OCTACTCSI aHAIIN3 IAHHBIX aHAMHEe3a 3a00JICBaHNUsI ¥ )KU3HHU,
JTAHHBIX 00BEKTHBHOTO OCMOTpa. J[pyTHe ske METOIbI HCCIICMOBAHMS OCTAFOTCS TOTTOTHATCIBHBIMU.

B ciygae 6omne3nn [lenrta 1-ro Tuma Tepanus HOCUT CHMITOMAaTHYECKUI XapakTep U HarpaBieHa
MIPEXKJIC BCETO HA YMEHBIIICHUE BBIJICIICHHSI KAIBLIUS C MOYOH, & TAKXKE IPEIOTBPAILCHIE 00pa30BaHUS
KaMHEH B TTOYKaX M BRICOKOTO COACP)KaHUs B HUX Kajblns. Hapymenns oOMeHa BemecTB Mpu O0Ie3HN
Jlenta 1-ro TuIa MOTYT BbI3bIBATh MATOJOTHIO KOCTHOM TKaHH. B 3TOM Cilydae HCIOIb3YIOT Mpernapa-
ThI BUTaMuHa D. [Ipu 3ameprkke pa3BUTHs HA3HAYAIOT TOPMOH pocTa. B ciiyvae TepMUHAIBEHON CTaaud
MTOYEYHOI HEAOCTATOYHOCTH MOXKET MOTPeOOBaThCA NepecajKa MoYKH. B TaHHOM KIMHUYECKOM MPH-
Mepe OTpakeHa TPYIHOCTh MUarHocTuku Oone3nu Jlenra. Heobxonumo oOpatuTh BHUMAaHUE Bpavei
TeInaTpUIeckor Ciry>kObI Ha auddhepeHnanbHbli Anarao3 6onesnn [lenra ¢ qpyrumu 3aboneBaHm-
SIMUA COTIPOBOXKIAFOIIUECS HEOOBSICHIUMON MPOTEUHYPHUEH, THITEPKANIBIIUYPHUEH, HE)POKATBIIUHO30M.
JLns moATBepKACHUS TUarHo3a HeoOXoarMa reHeTHIecKast Bepru(UKaIisI TaTOTHOMOHUYHBIX TCHOB.
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