570

KnuHuyeckoe HaoGnwoageHue

https://doi.org/10.15690/vsp.v21i6S.2478

H.B. XypkoBa®-2, H.[l. Bawakmagse?l 3, JI.K. Muxaitnosal, M.A. ba6aiikunal, H.B. ®egopoBal,
E.l0. Bocko6oeBa?, E.I0. 3axaposa?, J1.C. Hamasosa-bapaHoBsal' 3

1 HWUW negmaTpum 1 oxpaHbl 310poBba AeTer HKL, N22 dIrBHY «PHUX um. akaa. B.B. MeTpoBcKoro»,
MockBa, Poccuiickas Penepauus

2 MIHL, um. H.M. Bo4ykoBa, MockBa, Poccuiickaa ®epnepaLms

3 PHUMY mm. H.U. Muporosa, MockBa, Poccuiickaa depepaLms

Pe3ynbraTtbl 14-neTHeun
depmMmeHToO3aMeCTUTEe/IbHOU Tepanuu
nauMeHTa ¢ MyKonojucaxapuaosom,
TUN ll: KTMHUYEeCKUn cnyyam

KoHTaKTHaa uipopmauus:

KypkoBa Hatanns BayecnaBoBHa, KaHAWAAT MEAMLIMHCKMX HAYK, BEAYLLMIA HAaYYHbIA COTPYAHUK oTAeNna opdaHHbIX 60ne3Hen n npodunakTukm
MHBanuansupyowwmx 3abonesannin HUN neguatpum n oxparbl 3g0poBbs geter HKL N°2 ®IrBHY «PHLX um. akaa. b.B. MNeTpoBcKoro»
MuHo6pHayku Poccuu

Appec: 119333, MockBa, yn. ®otneson, a. 10, K. 1, e-mail: n1972z@yandex.ru

Cratbs noctynuna: 17.10.2022, npuHsTa K nevartu: 16.12.2022

O6ocHoBaHue. Mykononncaxapuaos, un Il (MIIC Il) — pegkoe HacneacTBeHHoe 3abosieBaHME M3 rpynrbl JIM30COMHbIX
60s1e3HEN HaKoMNIeHUs, UMeloLLee rporpeccupytoliee TeyeHne. s 3aboneBaHus paspabotaHa appeKTuBHas GepmeHTo-
3amectutenbHas Tepanus (P3T), KoTopasi MO3BOAAET NPEAOTBPATUTL PA3BUTUE TSIKEJIbIX OCJIOXKHEHUI M YIIYYLLINTb KA4EeCTBO
JKM3HM naumeHToB. [Joarocpo4yHoe HabatogeHne 3a M3MEHEHUMEM COCTOSIHNUS 3[]0POBbS OTAE/bHbIX NaLMeHTOB Ha poHe P3T
HeobXxoAMMO /151 OLIEHKM BIMSIHWUS JIEYEHMS] Ha MPOrpeccupoBaHue 3a60/1eBaHUsI U B KOHEYHOM UTOre — Ha KavyeCTBO XKU3HMU
rnauuveHTa 1 ero cembun. OnucaHmue KIMHMYeCKoro ciayyas. [lpejctaBieHo onucaHme pesynbtatoB 14-netHero HabagaeHuns
naumeHTa ¢ MIIC Il, kotopomy BrepBbie B Poccumn Havyata @3T npenapatom naypcynbgpasa. [lokazaHbl HOpMaan3aLms pocra,
CHUXXEeHMe YacToTbl MHOeKUni JIOP-opraHoB, YMEHbLUEHUE PAa3MEPOB MEYEHU W CENE3EHKW, CTabuau3alnsi COCTOSHUS
M OTCYTCTBME POrpPeccUpoBaHmsi CUMITOMATUKU CO CTOPOHbI CEPAEYHO-COCYANCTON M ibIXaTEIbHOM CUCTEM, HOPMaan3aums
cofiepKaHunsl [MIMKO3aMUHOIIMKaHOB B MoYe. 3aKlo4eHue. [nutenbHas Tepanusi naypcyibdason rnpu TSKEN0M Te4eHumn
MIIC Il ctabunusupyet comaTtn4ecKoe CcocTosiHne 60/1bHOro, NPeAoTBpaLLaeT pa3BUTUE TSIKEJbIX OC/TIOKHEHUI CO CTOPOHbI
cepeqYHO-CoCyAUCTOMN U bIXaTeIbHOM CUCTEM, MOBBILIAET KAYECTBO XU3HU NaLmneHTa 1 ero ceMbu. CHUKEHME coaepIKaHNUs
[TIMKO3aMUWHOIIMKaHOB MOYU SBISIETCS Ba)KHbIM rMoKa3atesneM 3¢pOEKTUBHOCTM Tepanuu B coYeTaHnn ¢ JaHbIMn coMaTmyec-
KOro coCTOsIHMS nalmneHTa.
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OBOCHOBAHME

Mykononucaxapuaos, tmn Il (MIC II; cuHapom XaHTe-
pa; OMIM #309900) — 3aboneBaHne U3 rpynrbl MyKOMNo-
IMcaxapuao30B, BbI3BAHHOE HYKIEOTUAHbIMW 3aMeHaMu
W CTPYKTYPHbIMUK MnepecTpornkamu reHa IDS, npuBogsuiee
K HeaocTaTovyHOCTM depMeHTa uaypoHaTt-2-cynbdaTa-
3bl U HAKOMMIEHUIO TMKO3aMKUHOIMKaHoB (Al B opraHax
M TKaH$X M, COOTBETCTBEHHO, K HapylWeHU KX QYHKLMK
[4, 2]. Tun HacnegoBaHunsa MIC Il — X-cuenneHHbIn peLec-
CUBHbIW. PacnpocTpaHeHHOCTb 3ab0feBaHusl, No pasHbiM
OaHHbIM, BapbupyeT oT 0,4 go 0,99 Ha 100 TbiC. XXMUBbIX
HOBOPOXAEHHbIX UL, My*KCKOro nona [3].

OnucaHbl aBe KauHuyeckne dopmbl MIIC 1l: Henpo-
natmyeckaa dopma, xapaKTepuayloLwasncs nporpeccupyio-
MM NOpaXKeHUEM LieHTpaibHOM HepBHOM cucteMbl (LLHC)
W WHTENNEKTyaNbHbIMW HapyWEHUSMU, U HEeHerponaTuye-
cKasa popma, Npu KOTOPOW KOrHUTUMBHOE pa3BMUTME Nauu-
E€HTOB OcCTaeTcs HopMasbHbIM [2]. [TauneHTbl Kak ¢ Henpo-
naTM4YeCKOM, Tak U ¢ HeHenponaTuyeckon dopmamum MIIC I
MMEIoT OAMHAKOBbIE COMaTUYECKME NPOSBIEHUS 60e3HU

(KOHTPaKTypbl CycTaBOB, MHOXECTBEHHbIW AN30CTO3, NaTo-
NOTUIO [ibIXaTENbHOM U CePAEYHO-COCYAMUCTOM CUCTEM, rena-
TOCNJIEHOMEranuio, rmnepTpodulo afeHoUa0B, TYroyxocCTb,
YyacTble OTUTbI, PELMANBUPYIOLLME TPbIXK), HO Y NaLMEHTOB
C HenponaTuyeckon GopMor pa3B1MBaloTCA NPOrpeccupyto-
LMe UHTENNEKTyanbHble U ABUraTeNbHbIE HaPYLIEeHWUs, YTO
NPUBOAMUT K TAXKENbIM OCNOXHeHUAM [2]. He3aBucumo ot
dopmbl MIC Il TaxKenble ocnoxHeHus 3aboneBaHus pas-
BWBAIOTCA MPU OTCYTCTBMM NATOreHETUYECKOM Tepanuu, 41o
B/ieYeT 3a COO0N CHUXKEHWE KavyecTBa U NPOAOIKUTENBHO-
CTU }M3HU NauneHToB [4].

EOVHCTBEHHBIM METOAOM MaToreHeTUYecKown Tepanuu
nauuneHtos ¢ MIC |l aBnsetca pepmeHTo3aMecTUTENbHaAd
Tepanusa (P3T) [4]. IddeKkTMBHOCTL M 6e3onacHocTb 3T
naypcynbda3on uM3dyd4eHa B MHOMOYUCNEHHbIX WCCNeno-
BaHuax [, 6]. YctaHoBneHo, 4to P3T umaypcynbpason
NPUBOAUT K CHUXKEHUIO HaKoneHUs Al yMEHbLUEHUIO UX
3KCKpeLun C MOYOM, HOpManu3dauuuM pasMepoB MNeyeHu
N cene3eHKu, GYHKLMM [biXxaHusa W NOBbIWEHUIO du3nye-
CKOM aKTUBHOCTH [6].



B 2021 r. 6biaK ony6AnKoBaHbl pesynbTaTbl N3YyYHEeHUS
MCXOAOB ANIUTENbHOW Tepanuu uaypcyibdal3on naumeH-
T0B ¢ MIC Il Nno gaHHbLIM MHOMOLEHTPOBOrO pernctpa
Hunter Outcome Survey [6]. B uccnegosaHue 6bin BKIOYEH
481 nauueHT. Y4aCTHUKKM wuccnepoBaHus nonydyanu d3T
B Te4yeHue 8 neT 1 Oblnu pasaeneHbl Ha 3 rpynnbl: Havyano
®3T B Bo3pacte Ao 18 mec, oT 18 mec ao 5 net u ctap-
we 5 net. lpoBoannocb U3MepPeHUE KOHLEeHTpauun Al
B MOYe, MHAEeKCa MacCbl IEBOr0 enygoyka, nanbnupye-
MOro pa3mepa nevyeHu. bonbHble B Bo3pacTe crtaplie 5 net
BbIMOIHANN TECTbl C 6-MUHYTHOM XOAbOOM, onpeaeneHnem
POpCcMpoBaHHOM XKMU3HEHHOW E€MKOCTU NEerkux n obbema
$OpCcMpoBaHHOro Bblgoxa. YnydlleHne unu ctabunusauus
M OTCYTCTBME YXYALEHMS MO N3YYEHHbIM NOKa3aTensm 6blau
OTMeYeHbl BO BCeEX rpynnax, Ho Hanbosee 61aronpuUATHON
6blna AMHaMMKa nokasaTenen npu mHuumumpoBaHum O3T
B Bo3pacTte go 18 mec [6].

Kak ykasaHo Bblille, npumeHeHne ®3T NpuBOAWT K CHU-
YEHUIO KoHUeHTpauum Al B Moye BNIOTb A0 ee HopMasu-
3aumu [1, 7, 8]. OgHaKo npu nNpoBeaeHUn KONMYeCTBEHHOMO
onpegenexns Al B Moye HEOBXOAUMO Yy4YMTbIBaTb BAUSHME
aHTPONOMETPUYECKMX MOKazaTenen, Bo3pacta MauueHTa,
HapyuweHue GyHKUMK NoYeK, BapnabenbHOCTb YPOBHS Kpea-
TUHWHA B MOYe, MOCKOJIbKY coaepxaHue M Al B Moye B KOM-
nieKce C KIMHMYECKON KapTUHOW ABASETCH OLHMM U3 3Ha-
YUMbIX KpUTEPUEB OLEHKK 3DDEKTUBHOCTHM Tepanuu [1, 8].

®3T oKa3biBaET NONOXKUTENLHOE BAUSHUE Ha COCTOSHNE
pPas/IMYHbIX CUCTEM W OpraHoB (B TOM 4uCne CepAedHOo-
COCYAMCTON CUCTEMbI), CHUXKAET PUCK MHOEKLMN BEPXHUX
AbIXaTeNbHbIX NyTEW, KONMYECTBO arnHo3 CHa, HoOpManuayeT
pa3Mepbl NeYeHn U CeneseHKn, YacTM4HO BOCCTaHaB/MBa-
€T MNOABMUXHOCTb CyCTaBOB, COMPOBOXAaeTcs MnpubaBKoK
B pOCTE, MOBbLIWAET KA4YecTBO XM3HU nauueHToB [7, 9J.
OaHaKo Npu BHYTPMBEHHOM BBeAeHUW naypcynbdasbl npe-
napaT He NPOHMKAaET Yepes remaTosHLedpannyeckmm 6apbep,
BCNeACTBME 4ero y 60MbHbIX C HernponaTuyeckon dopmon
3a60neBaHnsa NPOUCXOAMUT NMPOrPeECCUPOBaHME NOParKEHWS
LUHC v cHMKeHWe HEMPOKOrHUTUBHBIX GYHKLUMK [9]. Ha doHe
®3T naypcynbdason meamaHa BblKMBAEMOCTU MaLMEHTOB

coctaBnsiet 33 roga, 6e3 Tepanun — 21 rof; pUCK ruéenu ot
cepaeYvyHO-COCYANCTbIX U AbIXxaTelbHbIX OCNOXKHEHUI Npu O3T
Ha 54% HuXKe, Yyem npu ee otcytcTeum [10].

Ony6nnKoBaHO HeOBO/bLLIOE KOIMYECTBO MCCea0BaHUM,
B KOTOPbIX MPMBEAEHbI pe3ynbTaTbl 4OITOCPOYHbIX Habnae-
HUI npuMeHeHns 3Ty naumeHToB ¢ MIMC I [2, 7]. Oco6eHHO
3TO aKTyaNlbHO ANS NALMEHTOB C TAXKENOW HEMPONATUYECKON
dopmor 3a6oneBaHus, y Kotopbix 3T 6blna MHULMMPOBaHa
B no3aHem BospacTe [7]. Tak, no pesynbratam uccnegoBa-
HWS, NPOBEAEHHOr0 B AMNOHMM, MOKa3aHO pasfiMyne B Npo-
LOMKMTENbHOCTU BbIXKMBAHUSA MEXAy rpynnamu naumeHTos,
nonyyaBwmx P3T (33 roga) M He nonyyvyaBLIKUX JleHeHUs
(21,2 roga). 7-neTHASA BbIXXMBAEMOCTb COCTaBMNa NPU HEHEWN-
ponatuyekon (nerkon) ¢opme 3aboneBaHunsa 91,2%, npwu
HenponaTuyeckon (Tskenon) — 76,7%. OnucaHue oTaenb-
HbIX KTMHUYECKMX CcllydaeB HerponaTnyeckomn popmbl MIIC 1
NO3BOJIAET OLLEHUTb KA4eCTBO MU3HWM GONbHbIX U UX CEMEN,
COCTOSIHME CEepAeYHO-COCYAUCTON W [AbiXaTellbHOW CUCTEM
nauneHToB (MOCKOMbKY NaToNorns AaHHbIX CUCTEM NPUBOAUT
K PasBUTUIO TAXKENbIX, KUBHEYrpOXKatolWMX OCNOXKHEHUN),
BMOCNEACTBMM MUCMONb30BaTb 3TW AaHHble 415 CUCTEMHOro
aHanuaa [1, 10]. BaprabenbHOCTb KIMHWUYECKUX CUMATOMOB
W pasnuyHoe TeyeHue 3aboneBaHusa y nauneHtos ¢ MIC I
06YCNOBANBAIOT BaXHOCTb M aKTyalbHOCTb AO/ITOCPOYHOr0
HabNlOaEeHUs M OMUCaHUS OTAesNbHbIX O0MbHbLIX C AAHHOM
natonorven gns NoHMMaHusa TaKTUKKW BegeHus [2, 7, 10].

KNUHUYECKHUIA NPUMEP

MauneHT, Bo3pacT 22 roga, C yCTaHOBAEHHbIM AMarHo-
30M «MyKononucaxapuao3a, Tun l». Monyvaetr @3T B TeyeHue
14 ner.

AHamHe3 3a6oneBaHuA

C 2 neT noCcTeneHHO MPOUCXOAUNO orpybneHue 4ept
AMua, NOSIBUAMCL TYronoABMMKHOCTb CYCTaBOB, KOHTPaKTY-
pbl. Pe6eHoK cTan 4acto 60MeTb pecnuMpaTtopHbiMKU 3a60-
neBaHuaMu. B Bo3pacte 2,5 net npoBeaeHa onepatuBHas
KOppeKUMs MyNo4yHOM TIpbiXU. PeBGeHOK KOHCYNbTUpPOBaH
reHETUKOM, NPEeANONOXUTENbHBIN AMArHO3 — MyKomonuca-
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Results of 14-year-long Enzyme Replacement Therapy

in a Patient with Mucopolysaccharidosis Type Ill: Clinical Case

Background. Mucopolysaccharidosis type Il (MPS Il) is a rare hereditary disease from the group of lysosomal storage diseases, with
progressive course. There is effective enzyme replacement therapy (ERT) for this disease, it prevents the development of severe
complications and improves patients’ quality of life. Long-term follow-up of health changes in individuals on ERT is required for
evaluating the treatment impact on disease progression and eventually on the quality of life of the patient and his family. Clinical case
description. Results of 14-year-long follow-up of the patient with MPS Il who was the first patient on ERT with idursulfase in Russia are
presented. Improvement of growth, decrease in ENT-organs infections frequency, liver and spleen sizes decrease, general stabilization,
no progression in cardiovascular and respiratory events, normal levels of glycosaminoglycans in urine are shown. Conclusion. Long-term
therapy with idursulfase in severe MPS |l stabilizes the patient’s somatic condition, prevents the development of severe complications
in cardiovascular and respiratory systems, improves the quality of life of the patient and his family. Urinary glycosaminoglycans level
decrease is the important indicator of the therapy efficacy along with overall patient's somatic state.
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Clinical Observation
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KnuHunyeckKoe Ha6noaeHue

xapuaos. OcobeHHOCTN GpeHoTUNa nNpuM ocMoTpe B Bo3pacTe
2,5 neT: runepcTeHnYecKoe TenocnoxeHe, Makpouedpanus,
cKkadouedanuns, U3AMEHeHUs nuua no TUMy «rapronin3mar,
WUMPOKas, 3anaBlias nepeHocuua, nyxable ryébl, peaxkue
3y6bl, WYMHOE [blXxaHWe, ryCTble }KEeCTKMe BOMOCHI, MynoYyHas
rpbiXKa, BbICTYNaloWMI XKUBOT, 6paxnmaaKkTUans, TYronoaBUK-
HOCTb B AMCTaNbHbIX MexdanaHroBblXx cycTaBax, JIOKTEBbIX,
KOMIEHHbIX, FOIEHOCTOMHbIX, ly4e3ansCTHbIX cycTaBax, rena-
TocnneHomeranums.

PebeHOK o6cnegoBaH B nabopaTtopuu HacieacTBeH-
HblX 60ne3Hen obMeHa BelwecTB MeanKo-reHeTMY4ecKoro
Hay4yHoro ueHtpa (MockBa). o gaHHbIM 3nexkTpodopesa
Al — aHOManbHbIM CNEeKTp 3KCKpeTupyeMblx [Al, Xxapak-
TepHblix ana MIMC | n MIC Il (gepmaTtaHcynbdart, rena-
paHcynbdat, XOoHAPOWUTUHCYyNbdaT). BbiAaBNeHa KpalHe
HW3Kaa aKTMBHOCTb MAypoHaTcynbdaTasdbl B NeNKOoLUTax —
8,2 HM/mr/24 4 (Hopma 18,8—-82 HM/mMr/24 4). Ha ocHo-
BaHWU KIMHUYECKOM KapTWHbl M AaHHbIX NabopaTopHOro
ob6cneqoBaHns ycTaHoBNEH AnarHo3 «MyKononucaxapuaos,
Tvn . JnarHo3 noaTBepKAeH METOAOM MPsSIMOro aBTOMa-
TUYECKOro CEKBEHUPOBaAHUSA: B 3K30He 9 reHa IDS BbIsIBNIEH
HYKNEeOoTUAHbIN BapuaHT ¢.1402C>T (chrX:148564528G>A;
NM_000202.8; rs199422231) B reMM3uMroTHOM COCTOS-
HWUUK, NPUBOASALLMA K aMUHOKMCNOTHOMY BapuaHTty p.R468W.
HyKkneoTuaHbIM BapuaHT OTCYTCTBYET B KOHTPOJIbHOW BbI6OP-
Ke gnomAD, v2.1.1, HO onucaH B MeXxAayHapoaHon 6Gase
HGMD professional, Bepcusa 2022.1 y nayMeHToB ¢ MyKOno-
nucaxapuaosom, Tvn Il. Y maTtepm npo6aHaa AaHHbIN HYKIEo-
TUAHbIV BapuaHT BbISIBNIEH B reTEPO3UrOTHOM COCTOSIHUM.

CeMenHbI aHaMHe3 OTAroLLEH: TPOPOAHbIM BpaT MaTe-
pu cTpajgaeT MyKononucaxapuaosom, tvn ll.

AHaMHe3 XU3HHU

Pe6eHoK OoT BTOpon 6epeMeHHOCTU (nepBas 6epemeH-
HOCTb — A04b, 32 roga, 340poBa), NpoTexkaBLlen GU3noaoru-
yecku. Poabl BTOpble CPOYHble, camocToaTeNbHble. OueHKa
no wkane APGAR — 8/9 6annoB. Macca tena — 4730 T,
onvMHa — 53 cMm. PaHHee npegpeyeBoe U MOTOpPHOE pas-
BMTME — no Bo3pacTy. Peub ¢ 1 roga, ¢ppa3oBas peyb —
c1,5net.

Pe3ynbraTtbl HAGAO4EHUA NaLUeHTa

B nepuopg ¢ 3 Ao 8 net (Ao uHuumauum ®3T)

B Bospacte 3 ner pocT nauueHta coctaBun 110 cm
(Bblle 97-ro nepueHTUNs), Mmacca tena — 19 Kr. Y pebeHka
OTMeYanucb 3adepKa NCUMXOPEYEBOro Pas3BUTUS, MHOXKe-
CTBEHHbIE KOHTPAKTYPbl KPYMHbIX U MENKWUX CYCTaBOB, CMe-
WaHHaa ABYCTOPOHHSAA TYroyxocTb, remnartocnfieHomeranus
(neveHb +8 cmM, ceneseHKka +3 cMm). o AaHHbIM 3XOKapano-
rpaduyeckoro nccnegoanus (3xoKlN) — nponanc n ymepeH-
HO€ yn/JI0THEHME CTBOPOK MUTPaNbHOro KianaHa, gnnataums
NIeBOro ¥ NPaBOro enyLo4yKoB.

B Bo3pacTte ¢ 3 4O 7 NET NOCTENEHHO NPOUCXOANIO YXya-
LUeHME COCTOSIHMA MauueHTa: pebeHOK MedsIeHHO MpPMoo6-
peTan HaBblKW, MOCTEMEHHO MPOrpeccMpoBani HapylweHus
peyn 1 NoBeAeHMUs, yyallaancb anHod CcHa, BO3HUKNA Aua-
pes. MauneHT cTan MUCMblTbiBaTb CAOXHOCTM NpU xoab6e,
PE3KO CHU3MNAcb NEPEHOCMMOCTb (U3MYECKMX Harpysok,
NOSIBMIUCL 3aTpyAHEHWS rnoTaHus. Pe6eHOK KOHCYNbTUpO-
BaH CypAOn0rom, AMarHoCTMpoBaHa ABYCTOPOHHAS CMeLlaH-
Has TyroyxocTtb |-l cteneHu.

Mpwu cypaonornyeckom obecneaoBaHnmn B Bo3pacte 4 net
[MarHoCTMpoBaHa [ABYCTOPOHHAS CMelWaHHas TyroyxocTb
11l ctenenwn. Mpu aneKkTpoHenpommnorpadmn B Bospacte 6 net
BbISIBNE€Hbl MPU3HAKWU aKCOHaNbHO-AEMUENNHU3UPYIOLLENO
nopaxeHusa cpeaunHHoro Hepsa. OnepaTMBHOE fleYeHue He
NPOBOANNOCD.

Mpu obcnegoBaHMM B Bo3pacte 7 JeT pPOCT NauueHTta
coctaBun 110 cMm (HMKe 3-ro nepueHTuns), macca Tena —
24 Kr, renatocnneHomeranus (nevyeHb +11 cm, ceneseHka
+6 cM, NaoTHas). IMeloTcs KOHTPaKTypbl KPYMHbIX U MEKMUX
cyctaBoB. OTMeYeH MNOCTEMNEHHbIN perpecc MncuxopeyveBblx
HaBbIKOB. 3a®MKCUPOBAH €4MHUYHbIV CYAOPOXKHbIM MPUCTYM.
Mpu npoBeaeHnn aneKTpoaHuedanorpapu4ecKkoro BUAEOMO-
HWTOPUHIra BbigBNEHa anNunenTudopmMHas aKTMBHOCTb, yCTa-
HOB/IEH AMarHo3 «CuMnATOMaTu4yecKasi BUCOYHas napuuanb-
Hasa anunencus». Mo AaHHbIM KOMMbIOTEPHOW ToMorpaduu
rOIOBHOrO MO3ra — MPU3HAKK NPEUMYLLECTBEHHO BHYTPEH-
Hen rugpouedanmu, nopaHuedbanMyecknx KMCT o6omx nony-
wapun. Mpu npoBegeHnn IxoKI o6GHapyeHbl ymepeHHas
3KCLEHTPMYECKasa runepTpodust NeBOro Kenyaoyka, pacliu-
peHne NeBOro NpeacepAns U NPaBoro Kenyaodka, ynaoTHeHe
CTEHOK aopTbl, aopTanbHas U MUTPaibHas HEAOCTATOYHOCTb.
PebeHOK KOHCYyNbTMPOBaH KapAuMONOromM, AMarHOCTUpPOBa-
Hbl rMnepTpodMyecKkas KapauMomMuonaTtvs, HefOCTaTOYHOCTb
MUTPabHOrO M aopTaNibHOrO KNamnaHoB, OTKPbLITOE OBasbHOE
OKHO, He[10CTaTOYHOCTb KpoBoo6palleHus 2A.

UHuumnauma u nposegeHue

dpepmeHTo3aMecTUTE/IbHOM Tepanuu

B Bo3pacte 8 neTt ManbyuK 6bi1 0b6cnegoBaH B LieHTpe
Nno AMarHOCTUKE WU JIeYEeHUI0 IM30COMHbIX 60JIe3HEN HaKo-
nieHns OeTckon 60/bHULbI YHMBepcuTeTa . MawnHua (fep-
MaHus). Pe3ynbratbl 06CNeA0BaHUA M NEeYEeHUs nauueHTa
ObiNM yTpayeHbl. TeM He MeHee, yaanocb BbISCHUTb, YTO
no Hadana 3T KoHueHTpauus Al B mo4ye cocTaBnsna
18,15 Mr/MmMonb KpeaTuHWHa (Hopma < 7,7 Mr/mMmosb
KpeaTuHWHa). B yKazaHHOM KIIMHMKe 6bll Ha3Ha4yeH npena-
paT naypcynbdasa (Ananpasa, CLLUA) B gose 0,5 mMr/Kr/cyT.
Annepruyeckmx U MHOY3MOHHbBIX peakuni Ha npenapaT He
oTMedyeHo. Ha ¢oHe P3T Habnoganacb MNONOXKUTENbHANA
[WHAMUKa B COCTOSIHMM MaLMeHTa: yaydlunacb nepeHocu-
MOCTb (®M3MYECKMX Harpy3oK, MOCTEMEHHO npoucxoguna
HOpManu3auusa pa3MepoB NEYEHN U CeNe3eHKN, CHU3UNach
yacToTa ciy4YaeB pecnupaTopHbIX MHOEKLMK U OTUTOB, BOC-
CTaHoBMMacb MOABWMMKHOCTb CYCTaBOB, MPOWM30LWAO MNocTe-
NEHHOE YMEHbLUEHME TAXKECTU CUHAPOMA OBGCTPYKTMBHOMO
anHoas CHa. Ye yepes 6 Mec Tepanuun oTMeYeHbl UBMEHEHUS
4yepT AMLA, YMEHbLUMIAcb OTEYHOCTb, Y4epTbl fMua CTanu
6onee MArkMMU, NauneHT CTan yaepKuBaTb A3blK B POTOBOK
nosnoctu (puc. 1).

MauMeHT npodoMmKMA nonaydyaTb npenapaTt MAYPCYb-
daza B gos3e 0,5 Mr/Kr/cyr exeHeaenbHO BHYTPUBEHHO
KanesibHO C NONOXMUTENbHOM AMHAaMUKOW. Habnoganucs yBe-
IMyeHne pocTa, HOpManu3auus COCTOSHWSA AblXxaTeNbHOWM
M CepAedHO-COCYANCTON CUCTEM, PAa3MEPOB MeYeHU U cene-
3eHKkM. OgHaKko B Bo3pacte 11 net y 601bHOro BO306GHO-
BU/IUCb CYAOPOXKHbIE MPUCTYNbl, Ha GOHE KOTOPbIX NOSIBU-
flacb CcTaTMyecKass U [AMHaMMU4YecKas atakcusa. Y pebeHKa
TakXKe oTmevancs nceBaobynbbapHbIiM cMHAPOM. [MauneHT
roCnuTanM3npoBaH B OTAENIEHNE NCUXOHEBPONOIUK, rAe emy
OblnM NpoOBeAeHbl KOMMJIEKCHOe o6cnegoBaHne n noabop
NPOTMBO3ANMUNENTUYECKON Tepanuu. Mo AaHHbIM MarHWTHO-
pe30HaHCHOM ToMorpadum roNOBHOMO MO3ra — KapTuHa
Bblpa)€HHOW aTpPODUYECKON BEHTPUKYNOMEraamm C ru-
03HO-KMCTO3HbIMU U3MEHEeHUsIMK 6enoro BelectBa 60/b-
WKMX MNONyWapWUM FONOBHOIMO MoO3ra (KapTMHa XxapaKTepHa
Ona MyKonosuncaxapmao3oB). [pM3HaKoB OCTPOro Hapylle-
HWS MO3roBOr0 KPOBOOOGPALLEHUS U HEBPASbHOW KOMMpec-
CUM Ha ypOBHE MNO3BOHOYHMKA He BbIABAEHO. [lpu npo-
BefeHUn IxoKI oOHapyKeHbl YMepeHHOe pacliMpeHue
nosocTen cepaua, BOCXOAsLIEN YacTU Ayrn aopTbl, HEAOCTa-
TOYHOCTb a0pTaNbHOIro U MUTPAsIbHOrO KnanaHos 1—2-1 cTe-
neHn. Cucronoguactonuyeckas QyHKUMA He HapyleHa.



Puc. 1. BHewHu Bua naumeHta ¢ MIMC Il go 1 B Tevenne 10 mec nocne Havyana ®3T
Fig. 1. General appearance of the patient with IPS Il before and within 10 months after ERT onset

McTouHUK: doTorpadumn n3 cemenHoro apxmea (NpefocTaBieHbl poaguTenem nauneHTa).

Source: family archive photos (provided by patient’s parent).

Mo aaHHbIM Y3W opraHoB 6GPIOWHOM MONOCTU — MpU3Ha-
KW yBEIMYEHUST pa3MepoB MneyveHu, napeHxuma aAmdodysHo
HEOAHOPOAHA, «TSXWUCTOCTb» MEYEHOYHOro PUCYHKa, cene-
3eHKa HOpMasibHbIX pPa3MepoB, NapeHxMMa He MW3MeHe-
Ha. [poBeaeHo nonncomHorpaduyeckoe obcnegoBaHue,
no pesynbraTtaM KOTOPOro BbISBIEHO YMEHbLUEHWE KOnYe-
CTBa W NPOAOC/IKMUTENbHOCTU 3NU30A0B HapYLIEHUS AbIXxaHUs
BO CHE MO CPaBHEHUIO C UCCneaoBaHMeM, NMPOBEAEHHbIM
B Bo3pacTe 9 neT.

Puc. 2. lnvHamuka pocta naumenTa ¢ MIMC Il go 1 Ha poHe P3T
Fig. 2. Patient with IPS Il growth dynamics before and on ERT
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B 13 net y nauneHTa BO30GHOBUINUCL 3NUIENTUYECKUE
NPUCTYMbI C NOTEPen CO3HaHUA, NpoBeeHa KOPPEKLMS Npo-
TUBOCYAOPOXKHOM Tepanun. B 15 net ocyuiectBneHbl NOBTOP-
Hoe ob6cnegoBaHue 1 Nogo6op NPOTUBOCYAOPOXKHON TEpanuu.
Mpu 3aTOM comatnyeckoe COCTOAHWE MalMeHTa ocTaBasoch
cTabunbHbiM. OTMeYanacb BblpaKeHHas MONoXMUTeNbHas
[AVMHaMKKa pocTa (puc. 2).

B Bospacte 17 neT mauMeHT NpoXoAun KOMIJIEKCHOEe
cTaumMoHapHoe o6cnegoBaHue. [lpu ocmoTpe: pocT —

0 T T T T T T T

MpumeyvaHune. CTpenKkoi oTMedeHo Havano O3T naypcynbbason.
McTouHuK: Kypkosa H.B. 1 coaBT., 2022.

Note. Arrow indicates the ERT onset (with idursulfase).

Source: Zhurkova N.V. et al., 2022.
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158 cm, macca Tena — 53 Kr, OKPYKHOCTb ro/ioBbl — 58 cMm.
M3meHeHWe YepT nrMua no TUMy «rapronnnamar, Makporioc-
cusl, makpouedanus, ckadpouedanma. U3aMeHeHUs ckeneta
no TMMNY MHOXECTBEHHOIO AM30CT03a, KOHTPaKTYPbl KPYMHbIX
M MENKUX CYyCTaBOB, MPEWMYLIECTBEHHO TOIEHOCTOMHbIX,
KONeHHbIX (S > D), NOKTEBbIX, NACTHO-PanaHroBbix, Tasobea-
PEHHbIX CYCTaBOB, OrpaHU4YeHUEe MOABMUKHOCTU HUMKHEWN
yentocTn. KoHTaKTy orpaHM4YeHHO AoCTyneH. BHMMaHue npu-
B/IeKaeTcsl, HO ObICTPO WcTollaeTcd. HenoctosHHoOe pac-
XOASLLeecs COAPYKECTBEHHOE Kocornasue. [1BYCTOPOHHSAS
HenpoceHcopHas TyroyxocTb Il cteneHn. TOHyC MblLLL, B pyKax
M HOrax NPOBEPUTb HEBO3MOXHO M3-3a KOHTPaKTYp B cycTa-
Bax, D = S. Cuna mblwy B pykax — 3-4 6anna, D = S,
B Horax — 2 6anna, D = S. CyxoxunbHble pedneKcbl ¢ pyK
JIOKTEBbIE OXKMBJIEHbI, KapnopaananbHbli CPedHEN KUBOCTH
C pacWmpeHHbIX pedNeKCOreHHbIX 30H, CAMMETPUYHbIE, C HOT
BbICOKME, pPedieKCOreHHble 30Hbl pPaclUMpeHbl, KIOHOUAbI
cton, D =S, cummeTpuyHble. BptoliHbie pedaeKCbl CHUMKEHDI,
uctowatotcs. KoopaMHaTOpHble HapyleHWs: cTaTuyecKas
M AMHaMKMyecKas aTakcus. MNauneHT XoauT ¢ NoAAEPKKOM Ha
He6obluMe PACCTOSAHWUSA, CaMOCTOATENIbHO CaAWTCSs, CUAMT,
pasnuyaeT CBOMX-YYXMWX, MOHMMAET MPOCTble€ WHCTPYKLMMU,
MaHUNynuMpyeT npeametramu. Pedyb — oOTAeNbHblE 3BYKM.
OTmevatoTecs runepcanMBaums, MHOXKECTBEHHbIM Kapuec
3y60B, 6pyKCU3M. [leyeHb +2 cM OT Kpas pebepHon Aayru,
ceneseHka He nanbnupyetcs. Mpu aycKynbTauuu: B NIErKMUX
[bIXaHWe BE3UKYNSapHOEe, CUMMETPUYHO M PaBHOMEPHO MNpo-
BOAMTCS BO BCE OTAENbI, 0CNabneHo B HUKHUX OTaenax, naTo-
NIOTMYECKUE AblxaTenbHble LWYyMbl OTCYTCTBYIOT, TOHbI cepaua
3BYYHblE, aPUTMUYHbIE.

Mpn IxoKI BbIABNEHbI YMEPEHHbIE UBMEHEHUS CTBOPOK
MUTPaNbHOro, TPUKYCMUAANbHOIO KAanaHoB, YMEPEHHbIN
nponanc CTBOPOK, MUTpanbHas v TPUKycnuaanbHasa perypru-
Tauus 1-m cTeneHun, aopTanbHas peryprutauuns 1-m cteneHu,
He3HauuTeNbHas aunatauuns Bocxoasiien aopTol. CocTosiHMe
6e3 oTpuuaTenbHON AMHAMUKK MO CPaBHEHUIO C UCCNeado-

Puc. 3. MNMaumnent ¢ MIC Il B Bo3pacTe 18 (cnesa) 1 19 net (cnpasa)

Fig. 3. Patient with MPS Il at the age of 18 (left) and 19 (right) years old

v

BaHWeMm B Bo3pacte 12 nert. [1o gaHHbIM yNbTPa3BYKOBOIO
nccnenosaHusa (Y3M) 6pOWIHON NOMOCTU U NMOYEK MPU3HAKK
yMepeHHOW renatomeranuu, AUOOY3HbIX NapeHXxMmaTos-
HbIX M3MEHEHUN MNeYeHU, M3MEHEHWS COCYAOB CENe3eHKM
M NapeHXMMaTO3HbIX WM3MEHEHWI CENe3eHKU, BTOPUYHbIX
U3MEHEHUN NOMAXKENYAOYHON >KeNnesbl, YBENYEHUA pas-
MepoB 060uMXx Mno4veK. o AaHHbIM KapauopecnupaTopHOro
MOHWUTOPUHIA — MPU3HAKKU CMHAPOMa anHo3 BO CHe cpef-
Hen (6nMKe K Nerkon) crteneHu Taxectn. O6pawaeT Ha
cebs BHMMaHWe HepaBHOMEPHOE pacnpeaeneHme annM3onos
anHo3/rMnomnHo3 B TEYEHUE HOYM.

MauuneHT BbiNnUcaH ¢ AMarHo3oMm: «MyKononncaxapuaos,
Tmn Il (6one3Hb XaHTepa). CnacTMyeckuh TeTpanapes.
[JeMeHTHbIM cnHapoM. MNceBaobynbbapHbI CMHAPOM. CuMn-
TomMaTtuyeckas @oKanbHaa nobHasa anwunencusa. Hepocta-
TOYHOCTb MWTPaNbHOrO, aopTanbHOro M TPUKYCNKUAANBHOIO
KnanaHoB, QyHKUMOHaNbHbIM Knacc 1—2. CuHAPOM 06CTPYK-
TMBHOIO anHO3 CHa CpeaHewn cTeneHn. XpoOHUYeCcKu acnupa-
LIMOHHbIN GPOHXUT BHE CTaaMmM 060CTPEHUS. MHOXKECTBEHHbIE
KOHTPaKTypbl CYCTaBOB BEPXHUX W HUKHUX KOHEYHOCTEM.
OKBWHYCcHasa aedopmauns cton. AHrmonaTnsa cetdyatku. ABy-
CTOPOHHAS HEMpoceHCcopHas TyroyxocTtb |l cteneHun. JlekapcT-
BEeHHas anfeprus. XpOHUYECKUIN rpaHynnpyoLWwmni nepuoaoH-
TUT, XPOHUYECKUN OUOPO3HBLIM NYNbMUT, KApUec OEHTUHa»r.
B panbHenwem comaTMyecKoe COCTOsiHWME nauueHTa ocTa-
BanoCb CTabunbHbIM (pUc. 3). TAXKeCTb COCTOAHUSA onpeaens-
nacb nporpeccupytolmnm nopaxeHmem LIHC.

B Bospacte 19 net no gaHHbiM IxOKI BbIIBNEHbI NpU-
3HaKKW YMNJOTHEHUS KNanaHoB, HEJOCTaTOYHOCTb MMUTpasb-
HOro KnanaHa 1-M CTeneHu, TPUKYCNMAaNbHOro KianaHa
1-1 cTeneHu, aopTanbHOro KnanaHa 1-v cteneHn 6e3 oTpu-
LlaTenbHON AMHAMUKMW.

B Bo3pacTte 22 net coctosiHne nauueHta Ha ¢poHe P33T
oCTaeTcs CTabuibHbIM. Y MauueHTa OTMeYvaloTCs KOHTpaK-
TYPbl KPYMHbIX YU MENIKUX CycTaBoB, AedopMaLiMa NO3BOHOY-
HWKa W TPYyAHOW KIETKU, 3KBMHYCHas aedopmauums cTom,

MCTOYHMK: poTorpadumn n3 ceMernHoro apxuaa (NpeaocTaBeHbl poagMTENEM NaLumeHTa).

Source: family archive photos (provided by patient’s parent).



cnacTMYyecKkumn TeTpanapes, CXOAALWMKcs cTpabu3m, nces-
[06ynb6apHbii CUMHAPOM, runepcanuBauns, ABYCTOPOH-
HAS HEeMpoceHCcopHas TyroyxocTb |l cTeneHu, BbiparKeHHoe
CHUXXEHWE MHTeNNeKTa, MHBepcus cHa. CumnrtomaTvyeckas
doKanbHaga anunencus, pemuccensa ¢ 2016 r. MNauneHT pas-
nn4aeT 6IM3KKX, BblparkaeT NpPocTble aIMOUMK, AnddepeHLm-
pyeT NpoCTble AENCTBUS, KOTOPbIE EMY HPABATCS UK He Hpa-
BATCS, yNbl6aeTcs, CMeeTCs, YAepKMBaeT NpeamMeThl B pyKax,
KPaTKOBPEMEHHO MOXET CTOSATb C MOAAEPIKKOM C ABYX CTO-
poH. HopmanusoBaHHoe coaepraHune M Al B Moye nauueHTa
coctaBuno 5,4 Mr/MmMonb KpeaTuHWHa (Bo3pacTHas Hopma
< 6,0 Mr/mMmMonb KpeaTuHUHa) (puc. 4).

MporHos

OTcyTcTBME OTpULIATENIbHON AMHAMMUKM CO CTOPOHbI Ccep-
[1€4HO-COCYAUCTOM U AblXaTeNbHOM CUCTEM B TedeHue 14-neT-
Hero nepuoaa SBASETCA Ba)KHbIM MOKasaTeNneM cTabuiu-
3alMM COMATUYEeCKOro COCTOSIHMS MauuMeHTa M ynyylleHus
KayecTBa ero *W3HMu.

OBCYXAEHUE

AKTyanbHOCTb ONMUCaHUS NPEACTABNEHHOMO KIMHUYECKO-
ro cnyyasi oéycnosneHa anutenbHbiM (14-1€THUM) NEPUOLOM
HabnaeHNs 3a NaUMEHTOM, KOTOPbIM NEPBbIM U3 POCCUN-
CKMX aeTen Havan nonydyate ®3T npenapaTom MAYPCYb-
daza. U xota ©3T 6bina MHMUMKMPOBaAHA B Bo3pacTte 8 fer,
Korga 60nbHON ¢ Henponatuyeckon ¢opmon MIIC Il yxe
MMeN BbIPaXKEHHYI KIMHMYECKYID KapTMHY 3abofeBaHus,
OHa 6blna adpPeKkTuBHON. Yepesd rog nocne MHULMALINK
®3T y nauneHTa oTMevanacb npubaBKa B POCTe, Yayyliu-
nacb ABUratenbHas akTMBHOCTb, MAaLMEHT CTa CyLLEeCTBEHHO
pexke 60neTb pecnupatopHbiMM 3ab0NeBaHUAMMU, Yy HEro
HOPManM30BannCb pa3Mepbl MEeYEeHU U Cenel3eHKMu, nocrte-
NeHHO CTabWIM3MPOBANOCh COCTOSIHWME CcepaeqHO-COoCcyanc-
TOW K AblxaTenbHon cucteM. OAHAKO B CBHA3M C TeM, 4TO
npenapat He NPOHWKaeT 4epe3 remartoaHuedannmyeckun
6apbep, nopaxkeHune LIHC nocteneHHO nporpeccupoBano,
YTO cornacyeTcs ¢ JaHHbIMKW nnuTepatypsbl [6].

B HacTosllee BpeMsa ony6nKoBaHO 60/blIOe Konuye-
CTBO paboT, B KOTOPbIX U3y4anacb 3PpOEKTUBHOCTb PaHHErO
Havyana P3T. Tak, N. Grant u coaBT. ony6nnKoBanu pesysb-
Tathl ®3T maypcynbdason AByx 6GpaTbeB C HenponaTuye-
CKon dopMoKr cuHApOMa XaHTepa, Yy OOHOr0 M3 KOTOPbIX
anarHos BepuouumpoBaH B Bo3pacTte 3 neT 7 Mec, y Apy-
roro — B 12 mec. O6oum aetam 3T Gbina HavyaTa 4Yepes
1 Mec nocne nNocTaHOBKM gmarHosa. Yepes 10 net nocne
Havyana ®3T y cTaplwero 6pata HabnwaanUcb TaXKeNble
HENPOKOTHUTUBHbIE HAPYLIEHUS, OH HYXAancs B NOCTOSH-
HOM yXxo4e, a MfajlWnin 6paT UMen 3Ha4YuTeNbHO MeHee
BbIPa)XeHHbIE KIMHUYECKME NPOSIBIEHNS N 6onee BbICOKOe
KayecTBO XM3HK [11]. BmecTe ¢ TeM, KaK U B NpeacTaBs-
NIEHHOM HaMW OMWCaHWW, y CTaplero nauueHTa CHW3K-
JIMCb KOJIMYECTBO pecnupaTtopHbiXx 3aboneBaHWin, OTUTOB,
TSAXeNbIX 6POHXO00OCTPYKTUBHbBIX HAPYLIEHWM, NPOSBAEHNS
BblpaXEHHOro CMHAPOMa anHO3 CHa, TAXKENOro nopaxeHus
cepaeyvyHo-cocyaucTon cuctembl. Y oboux aeten He 6bi1o
oTcTaBaHus B pocte. OgHaKo, KaK U Yy OMMUCaHHOIro Hamu
nauMeHTa, y ctapwero u3 6patbeB OTMEYEHO MPOrpeccu-
poBaHWe HEBPOJSIOrMYECKON CMMMNTOMATUKM M MOparkeHus
CKeneTHoW cucTeMbl. Kpome Toro, y o6omx geten B onu-
caHuu N. Grant 1 coaBT. UMeNIMCb MHBEPCUA CHa, a TaKxe
NoCTENEHHO Nporpeccupytolee HapylweHne KOrHUTUBHOMO
passutna [11]. B KAMHMYECKOM cnyyae, NpUBEOEHHOM
HamMu, y NauueHTa oTMeyvanucb 6Gonee Taxenas HEBPO-
nlorMyeckass cMmnTomaTuKa, ABUraTeslbHble HapylleHus,
anunencus, 4To, Kak Mbl Npeanonaraem, cBsi3aHo ¢ 6onee
no3aHuMM Havdanom P3T naypcynbdason u 6onee TAKENbIM

Puc. 4. KoHueHTpauua Al B Moye nauumeHTa ao Havana ®3T
1 4yepes 14 net Tepanun naypcynbdason

Fig. 4. GAG levels in patient’s urine before ERT onset and
after 14 years of idursulfase therapy
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McTouHuK: ypkosa H.B. 1 coaBT., 2022.
Source: Zhurkova N.V. et al., 2022.

KIMHWYECKMUM COCTOSIHUEM pebeHKa Ha MOMEHT MHULMa-
uuM 3Ton Tepanuu. Bmecte ¢ Tem nocne Havana 3T
y Hallero nauueHTa, Kak v y nauuMeHToB B paboTte [11],
oTMeYeHa HopManu3auus KoHLueHTpauun FAl B moye.
YnyywieHme comaTtM4yecKoro COCTOSIHUS MaLMEeHTOB U OT-
CYTCTBME MPOrpeccMpoBaHmnsl NaTtoaorMm KapamoBacKynspHoOm
CUCTEMDI Y NALMEHTOB C CMHAPOMOM XaHTepa Ha GpoHe P3T
Obl/10 MOKa3aHO 1 B UCCNeJ0BaHMKN POCCUMNCKUX aBTopoB [10].
Mpy OMHamMMYecKom HabnoaeHnn 55 nauueHToB C CUHAPO-
MOM XaHTepa Ha poHe MPOBOAMMOWN Tepanuu He BbISBNEHO
YXYALEHNUS CEePAEYHO-COCYAMCTOM MNaTONOMMK U yBENNYEHUS
YHKUMOHaNbLHOro Knacca B faHHoW rpynne nauventos [10].

3AK/TIOYMEHUE

KnuHuyeckun cnyyvan 6onbHoro ¢ MIC I, pnutensHo
nonyyatowiero P3T naypcynbdasomn, JaeT BO3BMOXKHOCTb Mpo-
aHann3npoBaTb MONOXMUTENbHbIE 3PDEKTbI JaHHOMO MeToaa
Tepanuu 4N KOHKPETHOro nauueHTa, TakMe Kak ynydleHune
COMaTMYECKOr0 COCTOSIHUS, OTCYTCTBME MPOrpeccMpoBaHus
NnaToNOrMM CO CTOPOHbI CEPAEYHO-COCYANCTOM, AbIXxaTeIbHOM
cuctem, HopManu3daumsa cogepxanua FAI B mode. Hannuune
NONIOXKMUTENbHON AWHAMWKW WMAM CcTabunm3auus COCTOSIHUSA
KapAMOBaCKyNspHOW, AblXxaTeNlbHON CUCTEM B COYETaHUMU CO
CHUXEHMEeM KOoHUeHTpaumu Al B Mo4Ye ChyXuTb NokasaTe-
nem apdbexkTnBHocTM 3T y naumeHtos ¢ MIIC Il. Ynydwerue
KayecTBa XXM3HM NaumeHTa, Aaxke npu no3agHem Havane P3T,
noKasbiBaeT 3PHEKTUBHOCTb AAHHOrO METoAa fieYeHns ans
cTabunn3aLmnmn COMaTMYeCcKoro COCTOsHUA 60IbHOTO.

UWHOOPMUPOBAHHOE COIJIACUE

OT 3aKOHHOr0 NpeacTaBUTENS NaLMEHTa (MaTepu) nony4e-
HO NMCbMEHHOEe MHHOPMUPOBAHHOE AOBPOBOILHOE cornacue
Ha ny6anKaumio pe3ynsbTaToB ero 06CnefoBaHUs U feYeHus,
a TakKe Ny6anMKaunio ero M306paXKeHn, a TakKe COOCTBEH-
HOro M306paXKEHMsI B MEAULIMHCKOM KypHase, BKOYas ero
3/IEKTPOHHYI0 Bepcuio (Aata noanucaxmsa 05.10.2022).

INFORMED CONSENT

Patient’s legal representative (mother) had signed written
informed voluntary consent on publication of diagnosis
and treatment results, as well as patient’s and her pictures
in medical journal, electronic version included (signed on
05.10.2022).
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BbIPAXXEHME MNPU3HATE/IbHOCTU

Bbipaxaem 6narogapHocTb NPe3naeHTy MexpernoHanbHom
61aroTBOPUTENBHON O6LLECTBEHHON OpraHu3auuu «XaHTep-
cuHapoM» CHexaHe AnekcaHgpoBHe MUTMHOM 3a NOMOLLb
B c60pe MaTepuanos, UCMOMIb30BaHHbIX B HACTOSLLEN CTaTbe.
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