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0O60cHOBaHue. HacToslwmi KIMHUYECKUI cydYan oppaHHOro 3aboseBaHns MHTepPeCeH ANarHoCTUKON B paHHEM BO3pac-
Te, YTO KpalHe Ba)XHO A4/ MPOBEAEHUS CBOEBPEMEHHON CreLnpryecKon Tepann n COOTBETCTBYIOLLErO AMHAMMNYECKOro
HabnogeHns. OnucaHue KAUMHUYECKOro cayyas. [uarHoctrka MyKorosncaxapugosa Il Tuna (cuHapom XaHtepa) B BO3-
pacTe 18 Mec OCHOBbIBasnacCh Ha XapaKTepPHbIX BHELIHMX MPOSIBAEHUSX, PeUMANBHPYIOLEM OTUTE U NOpPa*KeHUMU KOCTHO-
CYCTaBHOM CUCTEMbI BHE MOPAXKEHUS APYrmMX OpraHoB v JeKOMeHcaLUmn COCTOSIHUS. HemManoBa)KHoe 3HavYeHue 4118 paHHewN
AMarHOCTUKM Umesa MHOOPMHUPOBAHHOCTb Bpayer 0 KpuTepusix 601€3HU U airOpUTMe ee AMarHOCTUKM, a TaKKe JOCTy-
HOCTb 1a60PaTOPHOro MOATBEPKAEHUS HAC/NE€ACTBEHHOIO CHMXEHMUSI aKTUBHOCTM JIM30COMHOIo (pepmMeHTa uaypoHaT-2-
cynbgpatassbl (12S). MNauneHTy npoBeaeHO MOIEKY/ISIPHO-reHETUYECKOEe UCCIeJ0BaHUE, BbiSIBJAEHbI MyTaLiun B reHe IDS, Koau-
pyolem mnaypoHaT-2-cynbpatasdy. Hadata 3amecTutesnbHas GepMeHTHas Tepanusi npenapaTom MAypcynbdasa COoriacHo
rpoToKosy. Ha poHe npoBoauMON Tepanuu (4-m mec Tepanmm opurnHabHbIM rpernapaTtom) COCTOSIHUE C YiyylleHUeM B BUje
CTabu/IbHOr0 HEPBHO-NCUXMYECKOI0 pa3BnTUs (6€3 3aePIKKH), YBEIMYEHNS MOABUKHOCTU B KDYMHbIX CycTaBax, yBe/n4eHus
31aCTUYHOCTU KOXM, YMEHbLLIEHMS renaTtocrnieHoMeraann u oTCyTCTBUS TYroyxocTu. 3akatodeHme. CBoeBpeMeHHas AuarHo-
CTMKa MyKoroaucaxapuao3a no3BosisieT CBOEBPEMEHHO Ha3HaYUTb PEPMEHTHYIO 3aMeCTUTEIbHYIO Tepanuio U 3Ha4YNTe1bHO
06/1er41Th Te4eHne 60/1€3HU, HECMOTPS Ha TSXKEJIbIN BPOXKAEHHbIN JedeKT MeTabom3ma rNIMKoO3aMUHOMTMKaHOB.
KnioyeBble cnoBa: KIMHUYECKMI CayYal MyKonomcaxapuaosa, IM30COMHbIe 60/1€3HM HaKormnaeHus, 601e3Hb XaHTepa,
BPOXKAEHHbIN AePEKT MeTaboin3ma rnMKo3aMUHOIIMKaHOB, uaypcy/ibgasa, uaypoHat-2-cy/ibparasa, pepMeHT3aMecTm-
Te/ibHas Tepanus, 4eTM paHHero Bo3pacTta
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OBOCHOBAHME HacTofAwmMn KNMHMYECKMIW clydan npumevateneH paHHewn

OpdaHHble 3ab0neBaHNd BO MHOMMX ciaydasax Tpya- ANarHOCTUKOW MyKoMnonuMcaxapuaosa, HeCMOTPS Ha OTCyT-
Hbl NS AMArHOCTUKKM, OCOBGEHHO B paHHem Bo3pacTe [1, CTBME MOPaXKEHUA HEPBHOM CUCTEMbI U MYILTUOPraHHOCTU
2]. BmecTte ¢ TeM 3anoao3puTb BPOXKAEHHble AedEKThI nopakeHui. JaHHbIn npumep AomKeH 6biTb MHTEPECEH Bpa-
meTabonnMama, BOBPEMS HamnpaBWTb Ha aTan nabopatop- YyaM NpaKTUYEeCKOro 34paBOOXpaHeHWsi, 0COOEeHHO neau-
HOW/reHETUYECKON ANarHoCTUKM AOMKEH Nto6on negunaTtp. atpam 1 Y3KUM creymannuctam noamKIMHUYECKOro 3BeHa.
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Hunter Syndrome: Clinical Case of Early Diagnostics

Background. This clinical case of orphan disease can be interesting for its early diagnostics which is essential for timely specific therapy
and sufficient dynamic observation. Clinical case description. Mucopolysaccharidosis type Il (Hunter syndrome) diagnosis at the age of
12 months was based on common external manifestations, recurrent otitis and isolated osteoarticular system lesions without any other
systems decompensations. The awareness of doctors about the disease criteria and its diagnostics algorithm, as well as the availability
of laboratory testing on lysosomal enzyme iduronate-2-sulfatase (I12S) activity are crucial for early diagnosis. The patient has undergone
molecular genetic testing: mutations in the IDS gene encoding iduronate-2-sulfatase were revealed. The enzyme replacement therapy
with idursulfase according to the protocol has been started. Patient’s condition has improved on the therapy (after 4 months of the
therapy): stable neuropsychic development (no delay), increased large joints flexibility, reduced hepatosplenomegaly, and no hearing
loss. Conclusion. Timely diagnostics of mucopolysaccharidosis allows to start enzyme replacement therapy early and significantly ease
the disease course despite the severe congenital defect in the glycosaminoglycans metabolism.
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CLINICAL CASE

K/TMHUYECKOE HABJIIOAEHUE

Puc. 1. ®oto naumeHta d. go tepanuu, 20 mec
Fig. 1. Patient F. photo before therapy, 20 months

K/IMHUYECKHUM CNTYYAN

O nauueHTe

NauneHt . (puc. 1), 18 mec (gaTa poxaeHua —
17.05.2018), nocTtynun B OTAENEHWE NeanaTpum ¢ Kanoba-
MU Ha 3aTpyaHEHWE HOCOBOIO AblXaHWs, Xpansuiee ablxaHue,
nedopmaumio KoctTen Yepena, peLnanBupyiolme oOTUThbI.

Anamnesis vitae. Pe6eHoK poauncs ot 3- 6epeMeHHo-
CTH, 2-x poaoB.. lNepBas 6epeMeHHOCTb — 3amepluas B Cpo-
Ke 12 Hep, BTopasa B 2009 . — poxaeHne 340p0BOM A€BOY-
KM MyTem onepaTuMBHbIX POAOB; B HACTOSALLYO 6€PEMEHHOCTb
MaTb nepeHecna OPBU B 26 Hep (HEOCNOXKHEHHOE TEYEHME,
cumnToMaTtmyeckoe ne4vyexue), B 32 Hep onpegeneH no yib-
TPa3BYKOBOMY UCCNIeOBaAHMIO y3€e/ Ha nynoBuHe, B 33 Hef
6epeMeHHOCTM — deTonnaleHTapHas HegoCTaTOYHOCTb 16
CTeneHu, rocnuTann3mpoBaHa AN1a HabNAeHUS U KOHcep-
BaTMBHOMW KOpPPEKLUMW.

HacTtoswme poabl B 36 Hen nyTeM KecapeBa CeYeHus
B CBSI3W C BHYTPUYTPOOHOW runokcuen nnoga. Macca tena
npu poxaeHmn — 2320 r, anvHa Tena — 46 cm. 3akpuyan
cpasy, oueHka no APGAR — 6/7 6annos. [locne poaos
Haxo4MCs Ha MCKYCCTBEHHOM BEHTUNSALIMM JIETKUX B Teye-
HWMe 3 AHeKn, BbiMMCaH W3 POAMIbHOIMO AomMa Ha 12-e cyT.
BaKuuHaums cornacHo HauuoHanbHOMY KaneHgapto npodu-
NaKTUYECKMI NPUBMBOK C 1 Mec, 3aTeM MO MHAMBUAYATbHOMY
rpaduKy; eCTECTBEHHOE BCKapMnBaHue — B TedeHune 1 mec
WU3HU, B CBA3M C HEJOCTATOYHbIM HabopoM Macchl nepese-
[EH Ha CMelLaHHOe BCKapMMBaHue a0 1,5 Mec u3Hu, nocne
4yero pe6eHoK OTKaszasncs OT rpyau U NepeBedeH Ha UCKYC-
CTBEHHOE BCKapM/MBaHWE afanTMpPOBaHHbIMU CMECSMM.

HepBHO-NCUXMYECKOE pa3BUTHE: TONOBY AepPKUTC 1,5 mec,
nonsaet ¢ 7 Mec, cnant ¢ 9 mec. [0BOpPUT OTAENbHbIE CNOBA,
peyb MOHMMAaET, KOHTAKTEH, 3MOLIMOHA/IbHO aKTUBEH.

MepBble 3y6bl NOSBUAUCH B 12 Mec, C AUcniasnen amanu.

M3 nepeHeceHHbix 3a6oneBaHui: B 9 MEeC XU3HU —
BeTpsiHas ocna, HEOC/OXHEHHOE TUMUYHOE TeYeHue.
B Bo3pacTe 1 roga BbICTaBEH AMArHO3 — PaxuT, BUTAMMH
D-pesncteHTHbIN (?), Nepnon KOCTHbIX UIBMEHEHUN.

OTHMYeCKas NPUHALNEKHOCTb — PYCCKUNM.

Anamnesis morbi. AyanonornyecKkmum CKPUHUHI B POANIb-
HOM JOMe — oTpuuaTenbHbIR, B CBA3M C 4eM Habnogancs
cypaonorom, a ¢ 8 Mec 4o Hactosiluero Bpemenn — J1IOP-
Bpa4yoM MO NOBOAY PeLMAMBUPYIOLLErOo 3KCCYAaTUBHOMO
otuTta. OTMeYanocb CTPMAOPO3HOE fAblxaHWe B BO3pac-
Te 2-3Mec. K 11 mMec nosiBUNOCb xpansilee AbixaHue
W 3aTpygHEHWE HOCOBOMO AblXaHWS, YCTAHOBIEHO Hanuyue
ajeHongos 2 cteneHn. B Bo3dpacTte 1 rog 3 Mec oCMOTpeH
CYpA0JSIOroMm, BbiCTaB/IEH AMArHO3: 2-CTOPOHHSASA TYrOyXoCTb,
HeyToO4YHeHHas. [lpM NOBTOPHOM KOHCy/NbTaLMK cypaonora
n JIOP-Bpaya KOHCTaTMpPOBaHbl 2-CTOPOHHMI 3KCCyaaTwB-
HbIV CpeaHuin OTUT, ageHouabl 2 cteneHun. B Bo3pacTte 1 rog
7 mec JIOP-Bpay KoHCynbTaTUBHO-AWArHOCTUYECKOIO LEH-
Tpa MpKyTCKOW rocygapCcTBeHHOM 06/1aCTHOM AETCKOM Kiu-
HUYEeCKOW GOJMIbHMLbI PEKOMEHAOBAN KOHCYNbTaLMIO reHe-
TUKa, B CBA3M C YacTbiMK JIOP-UHbEKLMAMU, NOLO3PEHNEM
Ha TYroyxocTb, 0CO6eHHOCTAMM deHoTHUNa.

B Bo3pacTte 1 roag 8 mec (sHBapb 2020 r.) ManbyuK 6bi
OCMOTPEH FEHETUKOM W BbICTaBEH NpeaBapuTe/bHbIM na-
rHo3: 3ageprkKka G1M3nyeckoro pa3smTnsa. BosamoxkHa cemei-
Has dopma HM3KopocnocTh (pocT matepu 142 cm, pocTa
oTua 182 cm.) Mykononucaxapuao3(?), AaHO HanpaBfieHne
Ha uccnegoBaHWe KPOBM M MOYM B MeanKOo-reHeTU4eCcKun
Hay4HbIW LeHTp . MocKBa.

dusuKanbHaa AUarHocTuka

Macca Tena — 12,8 kr, gamHa tena — 84 cm, UMT —
17,6 KF/M2; du3n4yecKkoe pasBuUTME — Bbllle CPEAHErO, AUC-
rapMoHW4Hoe. HepBHO-NCMXMYECKOe pa3BUTUE COOTBETCTBY-
eT Bo3pacTy. CocTosiHe pebeHKa TAKenoe no OCHOBHOMY
3aboneBaHuio, CaMOYyBCTBME He CTpajaeT. TenocnoxeHue
npaBuUbHOE, KOHCTUTYLIMA rnnepcTeHnyeckas. OCO6EeHHOCTH
deHoTMNa: MU0 NAcTO3HOE, C USBMEHEHUSAMM MO TUMY rapro-
Unn3ma, ronosa 6paxuuedannmyeckon Gopmbl, MaKpo- 1 CKa-
douedanus, WMpoKas 3anasLas nepeHocuLa, aNUKaHT, yaau-
HEHHbIN GUNBTPYM, MaNEHbKUIA HOC C BbIBEPHYTLIMU HaPYKY
HO3APAMMU, NyXxnble rybbl, pefKkune 3y6bl, BbICOKOE HEGO, KOPOT-
Kasa wes, KnnesBnaHas rpygHas KneTka, KOpOoTKMe ToACTble
nanbLbl (C HAa4aNbHbIMK NPOABAEHUSIMU MO TUMY «KOTTUCTOM
nanbi») (puc. 2), TYronoABUXHOCTb B KOHLEBbIX danaHrax
KUCTEW, JIOKTEBbIX, KONEHHbIX, FONEHOCTOMHbIX, y4e3ansicT-
HbIX cycTaBax, NniocKas ctona. Temnepatypa tena — 36,6 °C.
Buanumble cnusnctoble 060104KM 61e4HO-PO30BOro LBETA,
yucTble. MUHAaNWHbI yBENUYEeHbl 0 2—3-1 cTeneHun. KoxHble
NMOKPOBbI CMYT/ble, YMEPEHHON BI@XKHOCTH, YUCTbIE OT ChIMK,
KOXa yTtonleHa. MOAKOXHO-KMpOoBas KieTyaTKa pas3BuTa
[OCTaTO4HO, pacnpeaeneHa paBHoMepHo. HocoBoe AbixaHue
HECKO/bKO 3aTpyaHeHo. Y44 23/MuH. MNpu nepKyccum nerkmx
NepKyTOpHO — 6€3 NaToNornn, ayCKynbTaTMBHO — AblXxaHue

Puc. 2. MposBnaeHns nNo Tuny «KOrTMCTom nanbl»
Fig. 2. Hands deformities




ny3apuabHOE, XPUMNOB HET, PaBHOMEPHO MPOBOAMTCS NO BCEM
Nero4yHbIM nonsm. ToHbl cepaua PUTMUYHbIE, YAOBNETBOPHU-
TebHON 3BY4YHOCTH, CUCTONMYECKMUI WYM B 061aCTU BEPXYLU-
Kn cepaua. YCC 120 ya/muH, AL — 90/50 mMm pT. cT. }noT
yBennMyeH B 06beMe, Npu nanbnaumnm MArkum, 4OCTYNeH rny-
60KOM Manbnauuv BO BCcex oTaenax. lNanbnupyeTcs nevyeHb
+2 CM OT Kpas npaBoro noapebepbsi Mo CPeAHEKOYNY-
HOW nHMK. CeneseHKa He nanbnupyetcs. PU3nonornyeckme
oTnpaBfieHns 6e3 0COBEHHOCTEN, CO CTOPOHbI APYrMUX opra-
HOB NaTO/IOrMKU HE BbISIBNEHO.

Mpn nabopaTtopHOM MccnefoBaHMM MOKasaTenu oble-
KIMHUYECKMX aHaNM30B KPOBU M MOYU, BUOXMMMYECKOro
aHanusa Kkposwu (AnT, AcT, 14, rnioko3a, 6unMpyobuH, xone-
CTEPWH, TPUrMMLEPUIbI, MOYEBUHA, KPEATUHMH, LienoYHas
docdaTasa, 6eKoBble dpaKLMK, INEKTPOSIUTLI, MOKa3aTenu
KLLC) — B npeaenax HopMasbHbIX pePepeHTHbIX 3HAYEHUN.

[aHHble JKI: BbiiBNeHa MUrpaumsa cynpaBeHTPUKYNSap-
Horo BoauTtens putma ¢ YCC 107-130 ya/MuH, OTKNIOHEHWE
3/IEKTPUYECKOM OCU BMNpaBo, CUHAPOM PaHHEN penonspusa-
LMW KEeNyao4YKOB, YCUIEHUE INEKTPUYECKUX MOTEHLMaNoB
MUOKapa npaBoro »Kenyaoyka.

Mo ynbTpa3ByKOBOMY 06Cef0BaHUI0 OPraHoB GpIoWHOM
nofIoCTU BbiiBNieHa renatocnieHomeranusa: KBP neveHn —
10,5 cM, CTpyKTypa YMEPEHHO HEOAHOPOAHA, AXOreHHOCTb
06bl4Hana; pasmep ceneseHkn 8,1/2,7 cm, naouwagb —
17 cm?, ¢ InddY3HO-MENKO0YaroBbiIMU UBMEHEHUSIMU.

Pe6eHOK 6bli1 KOHCYNBTUPOBaAH Y3KMMMK cheuuanucTa-
MU: HEBPOJIOTOM U HEMPOXMPYPIrOM BbISIBSIEH CarnTTanbHbIN
KPaHMOCTEHO3; OopTOoNeaoM — Aucnnasusa Ta3o6eipeHHblX
CycTaBoB, cuHapoM Knunnens — ®ennd, kunesugHas gedop-
MaLusa FPyAHON KNETKKU, HapylweHUe OCaHKK «MocKas cnu-
Ha», KOMOMHWPOBAHHbIE KOHTPAKTYypPbl CYyCTaBOB BEPXHMX,
HUXXHUX KOHEYHOCTEN NEerkom CcTeneHw. Y4uTblBas AaHHble
deHoTUNa pebeHKa, 3anof03peHa BPOXKAEHHas NaTonorus,
M pebeHOK 6bll HanpaB/ieH Ha KOHCynbTauMio FeHeTUKa.
Mo pesynbrataM TaHAEMHOW MacC-CNeKTPOMETPUU: aKTUB-
HOCTb hepmeHTa naypoHat-2-cynbdartasbl (I12S) cHuxKeHa —
ypoBeHb 0,2 mMonb/n/4 (npu Hopme >0,69 MMONb/n/u).
MpoBeaeHa [AHK-gnarHocTMka mMeTOAOM MPSMOro CekBe-
HUpoBaHua No CeHrepy — BblAeNeH NaToreHHbIn BapuaHT
£148568514G>A B reMM3UIOTHOM COCTOSIHMU B reHe IDS.

B HMWL, 3 (MocKBa) NoATBEPXKAEH AMArHO3 MYKOMO-
nucaxapuposa Il Tuna (cuHapom XaHTepa). B oTtaeneHun
N0 XMBHEHHbIM NOKa3aHUsAM HavyaTa pepMeHT3aMeCcTUTENb-
Has Tepanua npenapaTtom naypcynbdasa B gose 0,5 mMr/kr/
BBeAEeHWEe, BHYTPUBEHHO, €XeHeeNbHO, NOXMU3HEHHO (CM.
puc. 3 — $oTo NnaumneHTa Ha GpoHe Tepanuu).

MpeaBapuTeNbHbIA AUarHo3

OcHOBHOV AnarHo3: Mykononucaxapuaos Il Tuna (cuH-
apoMm XaHTepa).

ConyTcTBytolmMi: aneHon bl 2—3-1 cteneHun. lmneptpodusa
MWUHAANUH 2-3-i CcTeneHu, ABYCTOPOHHWUW 3KcCcyaaTuB-
Hbl# OTUT. CaruTTanbHbll KpaHWMOCTEHO3. [ucnnasus
TazobefpeHHblx cycTaBoB. CuHApoM Knunnens — dewnns.
KuneBngHaa gedopmaums rpygHom KNeTku. HapyweHue
OCaHKM «MnocKas crnmHa». KoMGMHMPOBaHHbIE KOHTPaKTYpbl
CYCTaBOB BEPXHUX, HUKHUX KOHEYHOCTEW NIErKOM CTEMEHM.

AnMHamuKa u ucxopbl

3a nepuoa HabnwoaeHus u depMeHT3aMecTUTeNb-
HOW Tepanuun (5 Mec) cocTosiHMe pebeHKa cTabuibHoe,
6e3 npu3HaKoB nporpeccupoBaHus 6onesHn, 6e3 yxya-
LWEHNS CaMOYyBCTBUS, NevYeHUe NepeHoCUT yaoBNEeTBOPU-
TenbHO. B nnaHe panbHeWwero BegeHWs — onepaTvBHas
KOPPEKUMSA KpaHWOCTEHO3a, AMHamMM4YecKkoe HabngeHue
cypAofiora v optoneaa.

Puc. 3. doTo naumneHta ., 22 mec Ha GoHe NPOBOAUMON Tepanuu
Fig. 3. Patient F. photo, 22 months during therapy

MporHos

MPOrHo3 Ans XM3HW 61aronpPUATHLIN, TPEBYETCH MOXKU3-
HEeHHasa 3amecTUTeNbHasa Tepanusa 1 peabunuTaumsa y cneum-
anncToB (opTones, HEBPOJON, Kapauonor, cypaonor, gedek-
TOJIOT, OKYJ/IUCT).

OBCYXKAEHME

Kak u13BecTHO, MyKononucaxapugos Il tMna ssnsetcs
HacneLCTBEHHON IN30COMHOM 60/1€3HbI0 HAKOMIEHUS U XapaK-
TEPUIYETCH CHUKEHWEM @aKTMBHOCTU JIN30COMHOIO GpepMeHTa
naypoHat-2-cynbdatasbl, BbiI3BaHHbIM MyTaLuen B reHe IDS.
LOednumt depmeHTa NPUBOAUT K HAKOMIEHUIO TNIMKO3aMUHO-
rMUKaHOB B NIM30COMax, MpeumyLlecTBeHHO dpakuui rena-
paH- 1 gepmaTtaHcynbdarta M NPOABASETCA MPOrpeccupyto-
LMK NCUXOHEBPOIOTMYECKUMU HaPYLLIEHUSIMU, NOPaXKEHNeM
napeHXMMaTo3HbIX OpraHoB, renaTocrnjieHoMeranaunen, cep-
[E4YHO-NEro4YHbIMMU PacCTPOMCTBaMM, KOCTHbIMK AedopmaLim-
amu [3, 4]. TedyeHne 60/1€3HM B OTCYTCTBME NIeHYEHUSI NPUBOAUT
K HEO6PaTUMbIM MYNIbTUOPraHHbIM U3MEHEHUSIM.

B 60nblIMHCTBE CllyqyaeB NopaxkeHue HepPBHOW CUCTEMBI
peructpupyetcs K 1,5-2 rogam B Bue YMCTBEHHOWN OTCTa-
NIOCTU U CY[OPOXKHOrO CUHApPOMA. Perpecc KOrHUTUBHBbIX
GYHKLUMI Hapsay ¢ TAXKeNon notepen cnyxa, 06CTPYKTUBHbIM
anHo3 oKasblBalOT CyWeEeCTBEHHOE B/IMSAHWE Ha pas3BUTUE
pe6eHKa 1 NPOorHo3.

[aHHbIN KIMHUYECKWUI Clly4al MHTepPeCeH TeEM, Y4TO Nopa-
EHWEe HEepBHOW CUCTEMbl U NapeHXMMaTO3HbIX OpraHoB
ele He HacTynuao, a NoKkasaHuaMuK Ans NpoBeaeHns 4006-
cnefoBaHMa Ha MyKononucaxapuposd cranu deHoTunuye-
CKMEe M3MEHEHUS, KOCTHO-CYCTaBHbIE UBMEHEHUS U pPeLUAN-
BUPYIOLLME OTUTDI.

Mbl cuuTaem, 4To cCBOeBpeMeHHO HavyaTtaa pepmeH-
To3amecTUTe/IbHaA Tepanusa MO3BOJIMT U36exaTb pas-
BUTUE HEOOGPaATUMbIX NMPOrpeccUpyloiux U3MeHeHUn co
CTOPOHbI BCEX BHYTPEHHUX OpraHoB U cuctem. bonee
TOro, YYuTblBas BbICOKME KOMMEHCATOPHblE BO3MOXHOCTU
[LETCKOro opraHu3ma, MOXHO OXuaaTb M HOpManusauuio
MeTaboNMYECKUX UBMEHEHNN.
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CLINICAL CASE

K/TMHUYECKOE HABJIIOAEHUE

Puc. 4. NauueHT cnycTa 4 mec Tepanuu
Fig. 4. Patient after 4 months of therapy

B pesynbtate Tepanuu OpWUruHaNbHbIM MpenapaTom
(9nanpasa B gose 0,5 Mr/Kr/BBeAeHWe exxeHeaenbHo) Bce-
ro B Te4yeHne 4 mec poauTens MM oTmMevalTcs yBenauye-
HUe PU3U4YEeCKOW aKTUMBHOCTU pebeHKa, npuoopeTeHue
HOBbIX MPUBbIYEK U HABbIKOB, YMEHbLUEHUE MJIOTHOCTU
U «orpy6enoctn» Koxu. O6bLEKTUBHO HaMW OTMEYEHO yBe-
JIYeHne NOABUKHOCTU B KpPYNHbIX CycTaBaxX, YMeHb-
WeHne cTeneHu renatomeranuu (No yabLTPa3ByKOBOMY
nccnepgopanunto — KBP Ha 1 cm B AMHaMuKe), OTCyTCTBUE
cnneHomeranuu. OHaAKO YPOBEHb MMMKO3aMWHOIIMKaAHOB
(FAl) B Mo4e Ha $OHe NPOBOAMMOM Tepanuu elle ocTaeTcs
NnoBbIWEHHbIM — 16 MI/MMOMb KpeaT. (MpY MaKcuMalbHO
[OMYyCTUMbIX 3Ha4YeHusAxX 4o 13 Mr/MMosb Kpeart.). na gocrto-
BEPHOM oueHKK ypoBHsa Al B AgMHaMUKe HeobXxoanMO MNpo-
BeJeHue aHanunaa cnycts 12 mec oT Havyana 3aMeCTUTENIbHOM
Tepanuu. MpumeyaTenbHO, 4TO, HECMOTPS Ha COXpPaHeHue
rMnepTpodun ageHoMaOB U MUHAANMH, SKCCYAATUBHOMO OTH-
Ta, HapyLWeHUn ciayxa 40 CUMX Nop He 6bino 3adUKCUPOBaHO.
PoauTtensMu TaKke oTMe4YaeTcs MOMOMMUTENbHbIA 3MOLMO-
HanbHbIM GOH pebeHKa (puc. 4).

3AK/TIOMEHUE
Takum o06pa3oM, Ae6oT Ha 1-M rogy »KM3HU MHOXe-
CTBEHHbIX MOPaXEHMM KOCTHO-CYCTaBHOM CUCTEMbI, OTUTOB
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PeELMAMBUPYIOLETO XapaKTepa, Hanuyue Jaxe HEeKOTOPbIX
XapaKTepHbIX YepT nuua TPebyloT BKIOYEHWUS MyKononuca-
xapupo3a B auddepeHumanbHO-4MarHoCTUYECKMIM NOUCK.
MakcumanbHo 6o/ee paHHee Ha3HaYyeHne pepmMeHT3aMecTu-
TeNbHOM Tepanuun NPUBOAUT K 0BNErYEHUIO TKECTU TEHEHMUS
W YAYYLEHWUIO NPOrHo3a 60ne3HU. BO3MOXKHOCTL MpUMeHe-
HUS maypcynbdasbl (Ananpasa) y aeter ¢ 16 mec no3BonseT
Ha4YMHaTb NeYeHne NauneHToB ¢ CUHAPOMOM XaHTepa B paH-
HeM BO3pacTe cpagdy nocsne NoATBEPKAEHUS AuarHosa.

WHOOPMUPOBAHHOE COIJIACHUE

OT 3aKOHHOro MpeAcTaBUTEN — POAUTENs NauueHTa
nosly4eHO NMCbMEHHOE J06POBOSIbHOE MHDOPMUPOBAHHOE
cornacve Ha ny6anKaLumio OnMcaHus KAMHUYECKOro ciay4as,
B TOM yucie U MHPOPMUPOBAHHOE MeEAMLIMHCKOE corna-
CMe Ha WUCNoNb30BaHWE MEAMLMHCKUX AaHHbIX NauueH-
Ta (pes3ynbtaTtoB 06CNef0BaHUA, NevyeHuss U HabaeHns)
B Hay4HbIX Lenax (aata nognucanusa 09.09.2020), a TaKxe
nMcbMeHHOe A06pPOoBOAbHOE MHOOPMUPOBAHHOE cornacue
Ha nNy6auvKauuio n3obpaxeHun naunmeHtTa B MeAULMHCKOM
ypHane, BKIOYas ero 3/eKTPOHHY0 Bepcuio (Aata nog-
nucanuns 09.09.2020).

INFORMED CONSENT

The patient’s legal representative (mother, Leonova
Oksana Vladimirovna) has signed written voluntary informed
consent on publication of clinical case description, as well
as medical informed consent on patient’s data (results of
diagnostics, treatment and observation) for scientific pur-
pose and for publication of photos in medical journal (on-line
version included) (signed on 09.00.2020).
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N10 NauuneHTa 3a npegocrtasieHne dotomarepranos.
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