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BBepgeHmne. Mykononucaxaprgo3sbl (MINC) — rpynna peakux TM30COMHbIX 601e3Hel HaKoMIeHNs, MPUBOAALLMX K YMEHbLUEHWIO NMPOJOIIXKMI-
TeNbHOCTb XU3HW 1 YXyALLEHWIo e€ KayecTBa. HecmoTpA Ha anuTenbHoe nsyyeHne 3GpPpeKTMBHOCTM NaTOreHeTNYECKO Tepanum AaHHbIX 3a60-
neBaHWiA, aHanM3y NCXOA0B, COOOLIAEMbIX NMAaLMEHTaMU 1 UX POAUTENAMM, YAENAETCA Mano BHUMAHNA.

Llenb nccnegoBaHna — 13yunTb, UCMONb3YA BaIMAN3MPOBaHHbIE ONMPOCHWKY, 3aMOHAEMbIE POAUTENAMY, BAAHNE pepMeHTO3aMeCcTUTe Nb-
How Tepanun (O3T) Ha KauecTBO XM3HM feTen ¢ MIMNC.

Marepuanbi u metogbl. Pogutenn 45 geteir ¢ MINC (27 — ¢ HelipoHoNaTNYeCcKnm 1 18 — € HEHENPOHONATUYECKMM TeYeHneMm), U3 HUx 31 —
Ha doHe O3T, 3anonHWM poanTenbCKyto Bepcuto onpocHuka «Pediatric Quality of Life Inventory™ 4.0 Generic Core Scales». Pogutenu 17 na-
umeHTOB, nonyyatowmx O3T, 3aN0AHANM STOT ONPOCHUK 2 pa3a, AOMOHUTESNIbHO M3 3TOW rpynMbl pOAUTENn 7 AeTel C HeHelPOHOMNaTUYeCKUMMN
MMC 3anonHunm onpocHuk «Childhood Health Assessment Questionnare» u Bu3yanbHO-aHanoroBble LWKarbl As OLeHKM 6onm 1 obLyero co-
CTOAHUA 3[0POBbA, poanTenn 10 feTeln ¢ HelipoHonaTtnyeckmm MIMC — Br3yanbHO-aHaOroBbIe WKabl ANA OLEHKU 6071 1 06Lero cocTos-
HYA 300poBbA. [PoBeAEH NomnepeyHbIn U AUHAMUYECKUIA aHann3 NoyYeHHbIX AaHHbIX.

Pesynbratbl. Y getein ¢ MIMC Ha poHe O3T oTmeyeHa cTabunm3aLya U OTCYTCTBME 3HAUMMOTO YJyulleHUA nokasaTteneil GyHKLMOHanbHON
HefoCTaTOYHOCTH, Ka4eCTBa »KM3HU 1 OLIEHEHHbIX MO BU3yalbHO-aHaNoroBbIM LKanaMm rokasatenei 601 1 o6Lero CoctosHNA 350poBba. Ha
doHe O3T y 57% nauueHToB ¢ HeHelpoHonaTuieckumu MIMC cHU3MNCa cpefHUiA 6ann No WwKane «PpyHKLUMOHMPOBaHUE B eTCKOM 06pa3oBa-
TENIbHOM yupexaeHumn», y 80% aeten ¢ HelpoHonaTuyeckumu MIMC yxyawmnca nokasarenb «busmndyeckoe dyHKUMOHUPoBaHue». Y 50% aetein
C HenpoHonatndeckumu MMNC n'y 57% peTein ¢ HeHelipoHonaTuyecknumm MIMC oTMeueHo HapacTaHue cpefHero 6anna no LKane «3Mouno-
HanbHoe QyHKLIMOHNPOBaHME.

3akntoueHume. [letam ¢ MIC, nonyuyaiowmum O3T, Heo6xoAMMa AONONHUTENbHAsA NCMXONOrMYecKas 1 nefarornyeckas NOMoLLb, MOKasaHo Npo-
Be/ieHVe PerynapHOii ABUraTeNbHOWM peabunutaumm.
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Quality of life of children with mucopolysaccharidoses
on the background of enzyme replacement therapy
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Introduction. Mucopolysaccharidoses (MPSs) represent a group of rare lysosomal storage diseases, associated with the decline in life
expectancy and impairing it's quality. Despite prolonged evaluation of the effectiveness of pathogenic therapy, patient-reported outcomes
are poorly defined. The aim of the study. To describe the impact of enzyme-replacement therapy (ERT) on the quality of life in MPS children,
using parent-completed validated questionnaires.
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Materials and methods. Parents of forty five MPSs children (27 — with neuronopathic disease, 18- with non-neuronopathic disease,
31 among them were treated with ERT) completed parent proxy-report of Pediatric Quality of Life Inventory™ (PedsQL™) 4.0 Generic Core
Scales. Parents of seventeen children (10 — with neuronopathic disease), treated with ERT, completed PedsQL™ 4.0 Generic Core Scales twice,
parents of 7 children with non-neuronopathic disease, treated with ERT, completed Childhood Health Assessment Questionnare (CHAQ) and
visual analogue scale (VAS) of pain and overall health status, parents of 10 children with neuronopathic disease, treated with ERT, completed
VAS of pain and overall health status twice. Cross-sectional and dynamic analyses have been undertaken.

Results. Stabilization and lack of significant improvement of functional disability, quality of life and VAS scores of pain and overall health
status have been demonstrated. In 57% of patients with non-neuronopathic disease, treated with ERT, mean score of «School Functioning»
decreased, in 80% of patients with neuronopathic disease, treated with ERT, mean score of «Physical Functioning» decreased. In 50% of children
with neuronopathic disease and in 57% of children with non-neuronopathic disease, mean score of <Emotional Functioning» improved.
Conclusion. MPS children, treated with ERT, require additional psychological and educational help, as well as regular motor rehabilitation.
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BBepeHune

Myxkononucaxapuno3sl (MIIC) — rpynna Hacien-
CTBEHHBIX HapylleHU OOMEHa BEIIECTB, OTHOCSIIUXCS
K KJIaccy JIM30COMHBIX Oone3Hel HakoruieHus. Jdns MITC
XapaKTepHa HeIOCTaTOYHOCTh (DepMEHTOB, 00eCTICUMBa0-
11X pacllieruieHre IMKO3aMUHOIJIMKAaHOB. B pesynbrare
(bepMeHTHOI1I HETOCTAaTOYHOCTU IIPOMCXOAUT IIPOrpec-
CHBHOE HAKOIUICHUE TJIMKO3aMMHOIIMKAHOB B pa3JIMy-
HBIX TKaHsAX 1 opraHax [1]. Knunuueckast kaptuaa MITC
MYJIbTUCUCTEMHA, MMEET IIPOIpeCcCupylolliee TeYeHUE, IIpU
5TOM MPOJOIKUTEIBHOCTD 1 KauecTBO XXu3HU (K2K) 6011b-
HbIX cTpanatot [2—4]. ns nauuentos ¢ MIIC, conpoBo-
XKIAIIKUMCSl HAaKOIUIEHHEM TrernapaHCyibgara, TIKETbIX
¢opm MIIC I, II, VII u Bcex noarunos MIIC III, xapak-
TepHO HelipoaereHepaTuBHOE (HEWpOHOMATUYECKOe) Te-
YyeHue 3a00JIeBaHUsI C PETPECCOM KOTHUTUBHBIX (DYHKITUIA,
HapylIeHUsIMU ToBeAeHusT; Tipu Apyrux Tunax MIIC Bos-
MOXHO COXpaHEHME HOpMaJbHOTO MHTEJUIeKTa [2].

C 1981 r. masa 6oapHBIX ¢ TsKENoil opmoit MITC
I Tuna (cunapomom [yprep) HOCTYNHO MaToreHeTuye-
CKO€ JICYCHHE — aJUIOTeHHAasl TPAHCIUIAHTALIMSI TeMOIT03-
TUYECKUX CTBOJIOBBIX KJIETOK, CITOCOOHASI IIPUOCTAHOBUTh
MPOTrpecCUpOBaHue HEMpoAeTeHepaTUBHOIO IIpoliecca,
0Ka3aTh MOJIOXUTEIbHOE BIUSHIE Ha COMAaTUYECKHUE PO~
SIBJICHUSI CUHAPOMAa M YBEJIMYUTH IPOIOJIKUTEIBHOCTD
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KU3HU 00JibHBIX [1, 5—8]. Jleuenue apyrux tunos MIIC
IUTUTEIbHOE BpPEeMS 3aKJIIOYAIOCh B OKa3aHUW CHUMIITO-
MaTU4YeCKOil M MaJJIMaTUBHOM TOMOIIM TalueHTaMm [2].
OpHako ¢ 2003 r. B MUPOBYIO MEIUIIMHCKYIO MPaKTU-
Ky TIOCTEIIEHHO BOIIJIM TIpernaparhl I BHYTPUBEHHOMU
dbepmenTozamectutensHoi tepanun (O3T) MIIC I tuma
(maponunpaza), MIIC II Tuna (uaypcynbdaza), MIIC IVA
turna (asocynbdasza anbga), MIIC VI tuna (rancynbdaza),
MIIC VII tumna (Bectopunungasa anbda) [2, 8—10]. [Togs-
JIEHWE TTaTOTEHETUYECKOTO JIEYSHUS M YCOBEPIIIEHCTBOBA-
HUE CUMIITOMATUIeCKON Teparuy IPUBEIIO K YBETNISHUTO
TIPOIOJKUTEIBHOCTA KU3HU OOJBHBIX, OJHAKO NAaHHBIM
00 ncxomax, cOOOIIaeMbIM TAallMEHTAMU U UX POJUTEISIMU
(mokazarenu dyHKIMOHANbHOU akTMBHOCTH, K2K, 00y-
CJIOBJIEHHOTO 3[0POBbEM, CBEIEHUS O 060U, yTOMJIISIEMO-
CTH, TICUXOJIOTUYECKOM COCTOSTHUM) YHENsieTCs HeaocTa-
TOYHO BHUMaHUH |3, 4, 6].

CoracHO TaHHBIM JIMTEPATYPhl, OCHOBHOE HETaTHB-
Hoe BiausiHue Ha K2K 60abHBIX ¢ MIIC oka3biBaloT Ha-
pYIIEHUS MOTOPHBIX (DYHKIIMI M TIJIoXasi IepeHOCUMOCTh
(uzmgeckrx Harpy3ok, OOYCJIOBJIEHHBIE KOCTHBIMU Jie-
opMalsIMu, TYTOMOABUKHOCTBIO B CyCTaBaX, KapIiaib-
HBIM TYHHEJIbHBIM CUHIPOMOM, KOMIIPECCHe CITMHHOTO
MoO3Ta, eTeHepaTUBHBIM MOpPaXXeHUEM TOJIOBHOTO MO3Ta
W KapAMOpeCITMPaTOPHO HEZOCTAaTOYHOCTHIO. BaxkHyio
poutb B yxyamennu K2K rakke urpator 60J1b 1 IICUXOJIOTH -
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yeckue npoonemsl [3, 4, 11—16]. CHuXeHME 3peHUs U CITy-
Xa MOTYT YCYTI'YOJISITh IBUTATENIbHBIE HapyieHus [3, 17].

Jlnst uccnenoBanust KXK, o0yciaoBieHHOTO 310pOBbeM,
Y ALIMEHTOB C PEAKNMU 00JIE3HSIMH BO3MOXHO HCTIOJIB30-
BaTh CTAHIAPTHBIC BaJWOM3UPOBAHHBIE OMPOCHUKH. Jle-
TanbHOe n3ydeHne BaussHUS MIIC Ha paccMaTpuBaeMbie
HWCXOIBI, COOOIIaeMble MALMEHTAMM, TOJDKHO CIT0CO0-
CTBOBATh YJIYUYIIEHUIO OKa3aHUSI MEIUIIMHCKON U TICUXO-
JIOTO-TIEAAroTM4eCcKoii oMoy 60abHEIM [4, 13].

Ieap uccaenoBanuss — M3YIUTh, MCITOIL3YS BATUIM-
3MPOBAaHHBIE OINPOCHUKM, 3aIlOJHSIEMBIC DPOIUTEIISIMHU,
paussHue ®3T na KK gereit ¢ MIIC.

MaTtepuanbl n metoabl

HccnenoBanne omoOpeHO JIOKAJIBLHBIM HE3aBUCHUMBIM
stndeckum komuretroM GI'AY «<HMMULI 3m0poBbst mereii»
Mumn3znpasa Poccun (mpotokos Ne 11 coBMecTHOro 3ace-
NaHUsl YYEHOro COBETa U JIOKAJIbHOTO HE3aBUCUMOTIO 3TU -
yeckoro komuteTa ot 17.12.2013).

Pomutenu 45 naumeHTOB ¢ HelpoHONATUYECKUMU
(n = 27) n HeHeitpoHonatnuyeckumu (n = 18) MIIC (u3
Hux 31 — Ha ¢one DP3T), mosyyaBIIMX MEAULIMHCKYIO
nomoib B ®I'AY «<HMMUWII 310poBbs geTeii», 3aIioaHsI-
JIM PYCCKOSI3BIYHYIO PONMUTENIBCKYIO BEPCUIO OIPOCHMKA
«Pediatric Quality of Life Inventory™ 4.0 Generic Core
Scales» (PedsQL) mist omHOro u3 BO3pacTHBIX MHTEPBa-
noB: 2—4, 5—7, 8—12 u 13—18 nmer. Ha ocHOBaHUM MOy~
YEHHBIX NAHHBIX MEXIy NalMeHTaMH, ITOJIyJIalolluMU
n He noayvarommmu O3T, Obl1 MPoBEnEH MONMEPEYHBIN
CpaBHMTeJbHbIN aHanu3 rnokasareyeit KXK B rpynnax. Po-
nutean 17 maumeHToB (10 — ¢ HelipoHOITATUYECKUM B 7 —
C HEHENPOHOITATUYECKUM TeueHneM), moaydarommnx O3T,
3aIoIHsUIM onpocHUK PedsQL nBaxmel ¢ mHTEepBaaoM
He MeHee 11 mec. IlomyyeHHble [UHAMMYECKUE NAHHBIC
TakKe OBLIM ITPOaHaTU3UPOBAHEI.

OnpocHuk PedsQL comepxut yeThipe mKaibl ((pusm-
YECKOT0, SMOIMOHATBHOTO, COIMATBHOTO (DYHKIIMOHUPO-
BaHUS U KAy (YHKIIMOHUPOBAHMUS B JETCKOM 00Opa3o-
BaTeJIbHOM yUpEXXIeHUN). BapraHTBI OTBETOB TIePeBOIVIIN
B 6ayel K2K, 3aTeM BbIUMCIISIIN CpeaHUI Oall MO KaxXa0i
mkane u oomwmi 6amn K2K. IMokazarenu cpenHux 6aiioB
ka1 oobmrero 6amuta KX Bapeuposamu ot 0 mo 100, rme 0 —
xynmmi, a 100 — myummmii pesyabsrat [18].

Jlig tmHAMMYeCKOM OLIeHKM (PYHKIIMOHAILHOM HEI0-
CTaTOYHOCTU POAUTENU 7 AeTeil ¢ HEHePOHOIAaTUYeCKU-
mu Tiurtamu MITC gBaxnbl 3anonHsuin onpocHukK «Child-
hood Health Assessment Questionnare» (CHAQ). ®yHk-
IIMOHAJIbHASI HEAOCTAaTOYHOCTh B HTAHHOM OIIPOCHUKE
OLIEHMBAETCS 110 8 LIKAJIAM: «OIEBAaHUE», <IIOABEM», «€1a»,
«xonp0a», «TUTHEHAa», <«IOTSITUBAHUE», «CHJIA CXKaATHUS»,
«aKTUBHOCTh». Kaxmas mkama BKJTIo4aeT 2—5 BOIPOCOB.
Ha xaxbIit BOIpoc poauTeNn BIOUPAIOT OOUH U3 4 Bapy-
aHTOB OTBETa, OTPaXKAaIOIIMX BO3MOXHOCTh peOEHKA BbI-
IMOJTHUTD TO WJIM MHOE IelcTBuUe: «0e3 3aTpynHeHui» (0),
«yMepeHHbIe 3aTpyaHeHus» (1), «CepbE3Hble TPYTHOCTU»
(2), «He MoxeT BHITOJHUTL> (3). bami, nmpucBanBaeMbIit
IIIKaJie, COOTBETCTBYET OajUly OTBETa C HAMBBICIIIMM 3Ha-
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yeHueM. K MakcumanbHOMY 0GaJlly O COOTBETCTBYIOILECH
IIKajie mpubaBisgeTcsd 1 0alm B ciydyae MCIOJb30BaHUS
peOEHKOM TMPUCTIOCOOJIEHUM MJIM MOMOIIU TTOCTOPOHHUX
JINII B BBHITTOJTHEHUM KaKUX-JIMOO NEMCTBUIA, TIpU 3TOM 00-
masi cyMMa 110 IIKajie He MOJDKHA mpeBbimaTh 3. MHmeke
(ynkunonanbHoii HegocratouHoctu (MDH) paccunthl-
BaeTcsl MyTEM AeJIeHUSI CyMMbl 0aJlJIOB BCeX IIKal Ha KO-
JINYECTBO 3aITOJTHEHHBIX ITKau [19].

O1neHKa HAIMIKS 00JI1, UCTIBITHIBAEMOM TTAIITMEHTAMMU,
1 €€ UHTEHCUBHOCTH, a TaKXKe 0011ast OlleHKa COCTOSIHUS
3mopoBbst 17 geteit ¢ MITC (10 — ¢ HeifipoHOIIATUYECKUMU
(hopMamMu) mpoBeAECHBI C TOMOUIBIO 3aATIOTHSIEMbIX POTATE-
JISIMU BU3yaJibHO-aHaToroBeIx mikai (BAIIT). BAIL, mpen-
JlaraeMble pOIMTEIISIM, OBLITU TIpeAcTaBiIeHbl 10-caHTuMe-
TPOBBIMU TOPU30HTAIIBHBIMY JIMHUSIMU, KOHIIBI KOTOPHIX,
ycinoBHO o6o3HayeHHbIe 0 1 100, SBISIIMCH MPOTUBOIMO-
JIOXXHBIMM 3HaUYeHUSIMU KOHTUHYYMa (0 — oTcyTcTBHE 00-
JIV UJIM OYEeHb XOPOolllee COCTOSTHUE 3M10poBbs, 100 — oueHb
CHIJIbHASA 00JIb WJIM OYEHB ILIOXOE COCTOSTHHE 30OPOBBS).
Ponutenu nainyeHTOB CTaBUIM METKY Ha LIKajle 00Ju
C YYETOM HAJIMYMSI/OTCYTCTBUS U CTETICHW 0OJIEBOTO CHMH-
IpoMa y peb&HKa 3a MoceaHIon Heaelo [19].

PesynbraThl, DOK/IagbiBaeMble POXUTEIISIMU ITAIIACH-
toB (K2K mo onpocHuky PedsQL, noka3zatenu pyHKUIMO-
HaJIbHOW HEZOCTAaTOYHOCTU 1o ompocHUKy CHAQ, mo-
KasareJau OONMM M COCTOSIHUS 310poBbs nereil mo BAILLI)
HCCIIEIOBAaHbI TOJIBKO Y AeTei, HE MOABEPIIINXCS TPAHC-
IUIAHTAIIAM TEMOITO3TUYECKIX CTBOJIOBBIX KJIETOK.

J1si cTaTUCTUYECKUX PACUYETOB MCIIOJb30BaJIU IPO-
rpammy «Statistica v.10» («StatSoft, Inc.»). Ilokazarenu
MPeACTaBJICHBI B BUIC MEAMAH M MHTEPKBAPTWIHHBIX pa3-
maxoB [MKP], MUHUMaNbHBIX 1 MaKCUMAaJbHBIX 3Haue-
HUi1 pu3Haka. CpaBHeHMe TUHAMMKU MokKaszateneit KK
nmo ompocHukam PedsQL m CHAQ, mokasareneit 6omm
1 CYOBEKTUBHOTO BOCIIPMSITHSI COCTOSTHUS 3OPOBbSI ACTei
o BAIII mpoBoauiy ¢ moMoIbio Kputepusi BUnmkokcoHa.
s cpaBHeHUS TToKa3artesieil onpocHuka PedsQL mexmy
MalyeHTaMu, MOJIyYalolUMu U He noay4daoimmmu O3T,
B IpyNIax JeTeil ¢ HEMPOHONATUIYECKMMM U HEHEHPOHO-
natnyeckuMu MIITC ucnonb3zosanu U-kpurepuii ManHa—
YutHu. 3HaueHNe p YKa3bIBAIM 10 TPEX NECITUYHBIX 3HA-
KoB. 3HaueHue p < 0,05 ObLIO IPUHSITO 32 CTATUCTUIECCKHU
3HAYMMBII ypoBeHb [20].

Pesynbratbl

CpaBHenue mnokaszateneit KXK gereii, cBI3aHHOTO CO
3I0pOBbEM, I10 ONMPOCHUKY PedsQL y mammeHTOB ¢ Heil-
poHonmarnyeckumu thnamu MIIC, monyyarommnx P3T
(n=17: 3 — ¢ MIIC I tuna (curnopomom I'yprep), 14 —
¢ tsxénoit popmoit MIIC II tmma) m He TOJy4YarOIINX
®3T (n=10: 5 — c Tsexénoii hopmoit MIIC Il tuna, 4 — ¢
MIIC IIIA tuma, 1 — ¢ MIIC IIIB tina) u y mauueHTOB
¢ HeHelipoHomatuyeckumu turmamu MIIC, monydyarommx
(n = 10: 1 — ¢ MIIC I Tuma (cunmpomoMm I'yprep—
Ileite), 1 — ¢ MIIC I tuna (cunapomom Illeite), 6 —
¢ nérkoit ¢opmoit MIIC II tuna, 2 — ¢ MIIC VI Tuna)
u He nojaydaiux ®3T (n = 8: 1 — ¢ MIIC I tuna (cuH-
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npomom I'ypnep—Illeiie), 3 — ¢ nérkoit popmoit MIIC
II tTuna, 4 — ¢ MIIC IVA tuma), mpeacTtaBlieHO B
T1a071. 1 1 2 COOTBETCTBEHHO.

Kax BumHO 13 mpencTaBaeHHBIX B TaOJ. 1, 2 JaHHBIX,
CTaTUCTUYECKU 3HAUMMBbIX pa3nuuuii B mokazaressax KK
MEXIy MaluMeHTaMU, MOJIyJyalollMMK 1M HE TOoJaydyalouiy-
Mu ®3T, HU B rpyIne geTeil ¢ HEMPOHOMATUYECKUMM,
HU B TPYIIIE NETEW C HEHEMPOHOINATUYECKUMU TUIIAMU
MIIC He ormeyeHO. Pe3dynabTaThl CpaBHUTEJILHOTO aHa-

OpurrnHanbHasa cTaTbA

JIN3a YKa3bIBalOT Ha OTCyTCTBHME pernaronieii ponu O3T
B obecnieyennu KOK mereit ¢ MITIC u Ha HEBO3MOXHOCTD
00paTHOTO Pa3BUTUSA MPOSIBIEHUI 3a001eBaHUs Ha (hOHE
Tepanuu, a Takxke NoAYEPKUBAIOT HEOOXOAUMOCTb COITYT-
CTBYIOIIETO MYJBTUAUCIUTUIMHAPDHOTO MEIMIIMHCKOTO
W TICUXOJIOTO-TIEIaTOTMYECKOr0 IMOaX01a K peaduInTalnu
JAHHBIX TALIUEHTOB.

Jwunamuka nokasateneit KXK mo onpocHuky PedsQL
y neteii ¢ HefipoHonatmueckuMu TunamMu MIIC (n=10: 1 —

Ta6nuua 1. Mokasarenu KX no onpocHuky PedsQL y aeteii ¢ HelipoHonaTtuueckummu MMC, nonyyaowux n He nonyuvatowmx 3T, meguana [UKP],

MWUHUMYM-MaKCMMyMm

Table 1. Indicators of the Quality of Life, Measured by PedsQL™ 4.0 Generic Core Questionnaire, in Children with Neuronopathic Mucopolysaccha-
ridoses, Treated and Not Treated with Enzyme-replacement Therapy, Median [interquartile range], minimum-maximum

Hoxasatens Honyqa!pmme d3T He nojtyuaone ®3T
Indicator Receiving ERT Not receiving ERT D
(n=17) (n=10)

Bospacr, mec 83 [57; 102] 69 [52; 83] 0.303
Age, months 25—175 46—102 ’
[MpomomkurensHocTs D3T, Mec 32 [14; 52]
Duration of ERT, months 2-179 - -
Dusnyeckoe PyHKIMOHUPOBAHUE 43 [25; 65] 73 [43; 81] 0.16
Physical functioning 18—93 12—-84 ’
DMolMoHaIbHOE (hYHKIIMOHUPOBAHUE 55 [45; 70] 58 [55; 70] 0.744
Emotional functioning 16—85 50—85 ’
CouuanbHoe HyHKIMOHUPOBAHKE 35 [20; 50] 48 [35; 60] 0.238
Social functioning 5-70 0-75 ’
DyHKIIMOHUPOBAHKE B IETCKOM 00pa30BaTEIbHOM 45 [30: 50] 30 [16: 33]
YUPEXKACHUN 560 0—58¢ 0.409
Functioning in children educational institution
CyMMapHbIi 6ayt 46 [37; 53] 58 [48; 62] 0.139
Total score 27-78 28—67 ’

ITpumeuanue / Note. “n = 6.

Ta6nuua 2. Mokasarenu KX no onpocHuky PedsQL y aeteii c HeHelipoHonaTuueckumu MMC, nonyuatowmx n He nonyuaiowmx O®3T, meguana [MKP],

MUHUMYM-MaKCMMyMm

Table 2. Indicators of the Quality of Life, Measured by PedsQL ™ 4.0 Generic Core Questionnaire, in Children with Non-neuronopathic
Mucopolysaccharidoses, Treated and Not Treated with Enzyme-replacement Therapy, Median [interquartile range], minimum-maximum

Hoxasatens Hony'{aln?mne ®3T He nojtyuaone d3T
. Receiving ERT Not receiving ERT D
Indicator . _
(n=10) (n=238)

Bospacr, mec 112 [109; 121] 87 [69; 130] 0.505
Age, months 60—162 53—175 ’
IponomxkurtensHocTs M3T, Mec 32[19; 49]
Duration of ERT, months 14—68 - -
®usnyeckoe GYHKIIMOHUPOBAHUE 81 [71; 90] 59 [44; 82] 0.248
Physical functioning 37—100 12—100 ’
OMoLMOHAIbHOE (DYHKIITMOHNPOBAHUE 68 [50; 90] 78 [55; 95] 0374
Emotional functioning 35-95 50—100 ’
CoumanbHoe (hyHKIMOHUPOBaHUE 80 [60; 80] 75 [58; 85] 0.689
Social functioning 50-95 45—100 ’
DyHKIIMOHMPOBAHUE B IETCKOM 00pa30BaTEIbHOM 55 [40: 75] 73 [45: 88]
YUPEXACHUU 3090 4595 0.248
Functioning in children educational institution
CyMMapHBIii 62Ut 74 [57; 78] 70 [50; 88] 0.929
Total score 48—-91 35-96 ’

Original investigations
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¢ MIICItuma (cunopomom I'yprep), 9 — ¢ Tsekénoii hopmoit (n=17:5 — c nérkoii dopmoit MIIC II tTumna, 2 — ¢ MIIC
MIIC II tuma), onteHéHHas ¢ uaTepBaioMm 14 [11; 22] mec VI Tuma), olieHEHHasI ¢ mHTepBajiom 17 [12; 22] mec (MUHU-
(MuHUMYM — 11 Mec, MakCMMyM — 23 MecC) MeXy 3aroJi- MyM — 12 Mec, MAaKCUMYM — 22 MeC) MeXIy 3arloJIHEHUSI-
HEHUSIMU, U Y TALIUEHTOB ¢ HeHelipoHomnatnueckumu MITC  mu, mipeacTasieHa B TadJ1. 3 1 4 COOTBETCTBEHHO.

Ta6nuua 3. luHamuka nokasarenen KX no onpocHuky PedsQL y peTteii c HelipoHonaTtnyeckumu MIMC Ha poHe D3T, meguana [MKP], MuHnmym-
MaKcumym

Table 3. Trend in indicators of the Quality of Life, Measured by PedsQL™ 4.0 Generic Core Questionnaire, in Children with Neuronopathic
Mucopolysaccharidoses, Treated with Enzyme-replacement Therapy, Median [interquartile range], minimum-maximum

Bropoe 3amnonHeHue

INoxazarenn IlepBoe 3anonHeHe S ik P
Indicator First filling(n = 10) (n=10)

Bospacrt, Mec 68 [43; 76] 81 [57;91] 0.005
Age, months 27164 50—175 ’
KonnuectBo l'l.aLll/leHTOB, nonyqalomnx d3T 7/108 10/10 .
Number of patients, treated with ERT
IponmomkurtensHocTs ®3T, Mec 14 [0; 36] 29 [14; 49] 0.005
Duration of ERT, months 0-58 9-79 ’
Dusnueckoe HYHKINOHUPOBAHKE 64 [40; 81] 48 [33; 65] 0.053
Physical functioning 18—100 21-93 ’
DMoIMOHAIbHOE (DYHKIIMOHUPOBAHKE 50 [45; 65] 63 [45; 70] 0.128
Emotional functioning 35-70 35—-80 ’
ConmanbHoe (yHKLIIMOHUPOBAHUE 38 [15; 60] 30 [18; 50] 0.674
Social functioning 10-75 15—-70 ’
DYHKIMOHUPOBAHKE B JETCKOM 00pa30BaTEIbHOM YUPEKICHUN 45 [18; 55] 50 [16; 50] 0715
Functioning in children educational institution 0—55* 5—60* ’
CyMMapHBHIii 6at 56 [39; 62] 47 [35; 53] 0314
Total score 24—80 32-78 ’

TIpumeuanne. 83 manmenta, e noay4daorie O3T, Havanu mosydars Teparuio yepe3 1 Her, 1 1 2 Mec COOTBETCTBEHHO TIOCIIE IEPBOTO 3aI0THEHMST OTIPOCHUKA; “n = 4; **n = 6.
Note. 33 patients, which were not treated with ERT, started ERT in 1 week, 1 and 2 months after completing the first questionnaire respectively; *n = 4; **n = 6.

Ta6nuua 4. JuHamunKa nokasatenei KXK no onpocHuky PedsQL y geTeii c HeHelipoHonaTuyeckumm MIC Ha poHe O3T, meaunaHa [MKP], MuHnmym-
MaKcumym

Table 4. Trend in indicators of the Quality of Life, Measured by PedsQL ™ 4.0 Generic Core Questionnaire, in Children with Non-neuronopathic
Mucopolysaccharidoses, Treated with Enzyme-replacement Therapy, Median [interquartile range], minimum-maximum

[lepBoe 3amnoHeHNE Bropoe 3amnonHeHne
INoka3zarenn : . s
Indicator First filling Second filling V4
(n=17) (n=17)

Bospacr, mec 98 [88; 109] 114 [109; 121] 0.018
Age, months 42—123 60—145 ’
KonnyecTBo nanueHToB, nonydatoumx 3T 6/7¢ 777 _
Number of patients, treated with ERT
Iponomkurenprocts P3T, Mec 12 [1; 28] 24 [19; 49] 0.018
Duration of ERT, months 0-56 14—68 ’
Dusnueckoe GYHKIIMOHUPOBAHKE 81 [56; 96] 81 [71; 90] 0.917
Physical functioning 43—100 37-96 ’
DMOIMOHAIbHOE (hYHKIIMOHUPOBAHUE 60 [55; 85] 75 [60; 90] 0.138
Emotional functioning 30—100 35-95 ’
CoumanbHoe (yHKIIMOHMPOBAaHUE 80 [70; 90] 80 [60; 80] 0.463
Social functioning 50—100 55-95 ’
DyHKIIMOHMPOBAHUE B IETCKOM 00pa30BaTeIbHOM YUPEXIECHUN 50 [45; 75] 45 [30; 55] 0.208
School functioning 20-75 30-75 :
CyMMapHBbIii 6ait 68 [62; 79] 74 [57; 74] 0.735
Total score 37-92 48-91 :

IIpumevanne. $1 nauyeHt, He nonyvatonuit @3T, Haval MoJTyYaTh TEPaIUIo Yepe3 4 Mec MOcie MePBOro 3al0THEHUSI OMTPOCHUKA.

Note. $1 patient, which was not treated with ERT, started ERT in 4 months after completing the first questionnaire.
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CTaTUCTUYECKM 3HAYMMBIX Pa3IMYMii HU 110 OJHOM
1IKaJie, a Takxke 1o odiiemy 6anny K2XK He BbISIBIEHO, UTO
MOXKET CBHMIETEIHLCTBOBATh O CTAOMIM3ALIMU CYOBEKTUB-
Horo Bocrpusatus pomuTenssmu K2K mereii, cBsiZaHHOTO
co 310poBbeM, Ha pore P3T. Tem He MeHee oOpalaeT Ha
ce0s1 BHUMaHWe TeHAEHLMSI K UBMEHEHUIO OaJJIOB HEKO-
TOPBIX IIKAJI, He JOCTUTAOIIAsI, OMHAKO, CTATUCTUYECKOM
3HaYMMOCTH. Tak, u3 10 malnumeHToB ¢ HelipoHOIaThYe-
ckumu popmamu MIIC y 5 (50%) oTMeyeHO HapacTaHue
cpemHero 0ajia Imo mKajie «3MOLUMOHATbHOe (DYHKIIMOHM-
poBaHue», y 3 (30%) Ga1 ocTaBajcsi CTaOWIbHBIM, U JIUIIIb
y 2 (20%) oTMeuanoch yxyalleHue mokasaTesst. B rpymme
n3 7 MalMeHTOB C HEHEHPOHOIATMYEeCKMMU (opMamMu
MIIC nHapacraHue cpeaHero Oajjia 1o IIKajae «3MOLIMO-
HaJibHOEe (PYHKLIMOHMpPOBaHUE» oTMeueHo y 4 (57%) na-
LUEeHTOB, ¥ 2 (29%) 6an ocTaBalicst CTAaOMIIBHBIM, U JIUIIIb
y 1 (14%) oTMedeHoO yxyaleHue mokasateis. JJanHast oco-
OEHHOCTh MOXET T'OBOPUTH 00 YJIyUIlIEeHUU OOIIero caMo-
YYBCTBUS AeTeil B TMHAMMKE Ha (hOHE TepaIum.

Hapacranue nedunura ¢usnmdyeckoro ¢pyHKIMOHU-
poBaHus y 8 (80%) u3 10 gereit ¢ HepOHONATUYECKUMM
turiamu MITC BriojiHe 3aKOHOMEPHO M CBSI3aHO C JIeTeHe-
PaTUBHBIM MOPAXKECHUEM LIEHTPAJIbLHON HEPBHOM CUCTEMBI
(p=0,053). Crout 00paTUTh BHUMAHME Ha OTCYTCTBHE T10-
JIOXUTETbHOW TUHAMUKM B (DU3NIECKOM (DYHKIIMOHUPO-
BaHnu Ha ¢one M3T y mereit ¢ HEHENPOHOITATUYECKUMU
dopmamu MIIC. IlocnemHee MOXET OBITH OOYCIOBICHO
HEeoOpaTUMBIMM M3MEHEHMSIMU  OITOPHO-IBUTATEIbHO-
ro ammapara, IObIXaTeJIbHOM, CEepIEYHO-COCYIUCTOU CH-
CTEMBI, a TaKXXe BTOPUYHBIM IOPAXKEHUEM LICHTPaJIbHOI
" niepudeprudecKoil HEPBHOM CUCTEMBI, W TTOTYEPKUBAET
BaXXHOCTh PaHHETO ITPEBEHTUBHOIO Ha3HAUYCHUSI TEPAIINU.
Kpowme toro, y 4 (57%) u3 7 nmauueHTOB ¢ HEHeIpoHoMIa-
naeckumMu MITC oTMeueHO CHMXXEeHHME cpeaHero Oaiia
no ImKane «hyHKIMOHWPOBAaHMWE B JIETCKOM OOpa3oBa-
TeJIbHOM yupexxneHun», y 1 (14%) nokasaresib ocTaBaicst
CTaOWJIBbHBIM, U JuIlb y 2 (29%) oTMeYeHO HapacTaHUe
TTOKa3aTesl.

JwuHamMuka mokasaTeneil (pyHKIMOHAJIBbHOM HegoCTa-
touHocty o 8 mkanam 1 MPOH no onpocunky CHAQ,
a Takxe ypoBHeii 6o o BAIII v o0111eit olieHKM poauTe-
JIIMU COCTOSTHUS 310poBbs aeteii mo BAILI y 7 manineHTOB
¢ HeHelipoHomnatndyeckumu Tuamu MIIC (5 — ¢ nérkoit
dopmoit MIIC II tumna, 2 — ¢ MIIC VI tuna) Ha ¢doHe
®3T npencrasieHa B Ta0a. 5. MennaHa nHTEpBaJia MEX-
ny 1-M 1 2-M 3amtofiHeHMeM coctasuia 17 [12; 22] mec, Mu-
HUMYM — 12 Mec, MakcumMym — 22 Mec.

CratucTiyecKu 3HAYMMBbIX ITUHAMUYECKUX W3MEHEe-
HUi1 B noka3atensax nmo mkaire CHAQ u B onileHMBaeMOM
no BAI ypoBHe 0oiu U CyOBEKTMBHOM BOCIIPUSITUU
COCTOSIHMSI 3INOPOBbSI HETEM C HEHEHWPOHOMATUYECKUMU
tunamMu MIIC Ha ¢one P33T He MPOM30IILIO, YTO MOXKET
TOBOPUTH O CTaOWMIM3aMy QYHKIMK HAa DOHE TepaImu.
Hecmorpst Ha o, uro UDH yBenuunicsa y 5 (71%) nauu-
€HTOB, HM Y KOTO M3 HMX HapacTaHue (PYHKIIMOHAJIBHOM
HEIOCTAaTOYHOCTH HE TOCTUTAJIO OIpeAcJIEHHOW paHee
H. Dempster u coaBT. KIMHUYECKN 3HAYMMOM pa3HULIbI

Original investigations

OpurrnHanbHasa cTaTbA

(0,75) [21]. ¥V 2 (29%) nanueHTOB MPOU30LIUIO YMEHbIIIE-
Hue VDH, npessiiaromiee onpeaeaéHHbII TEMU XK€ aB-
TOpaMHM TTOPOTOBBIM KJIMHUYECKHM 3HAYMMBIN TTOKA3aTeNlb
ynyumenus (0,13) [21]. Tem He MeHee Bo Bcex cdepax,
KpOMe XOmbOBI, Y AeTeil TIPUCYTCTBOBAT AeUIIUT (HDyHK-
LMY TOM WIM MHOU CTENEeHU, KOTOpas MOI BO3IECHCTBUEM
®3T He paspemanacey. Cinenyer yYuThBaTh, 4YTO B 7 IIKa-
JIaX OLICHMBAETCS COCTOSTHNE KOCTHO-MBIIIICYHON CUCTEMBI
B peaJiM3allMy KPYITHON U MEJIKOM MOTOPUKM, B TO BPEMSI
KaK IIKaja «aKTUBHOCTb», TaKXKe HE IPOIXEMOHCTPUPO-
BaBIIlasl perpecca MMEIIIETOCs MUHUMAIBHOTO AeDUIIM-
Ta, IOIpa3yMeBaeT COBMECTHOE (DYHKIIMOHMPOBAHUE HE-
CKOJIbKMX OPTaHOB M CHCTEM, B TOM YMCJIE IbIXaTeJIbHOM
U CEPAEYHO-COCYAUCTOM.

YuureiBasi, 4T0 HaJIWYMe KOTHUTHUBHBIX HApYIICHUMN
y manueHToB ¢ HelipoHomaTndeckuMu MITC npensarcTBy-
eT aJeKBaTHOMY 3allOJTHCHUIO POIUTEISIMU OIIPOCHMKA
CHAQ, y manMeHTOB JaHHOM TPYIIbI MpoaHaJTu3upoBa-
Ha TOJIbKO AMHAMMKa IoKa3areJieil 601 1 001Iei OLIeHKHU
cocTostHUs 310poBbs aeTeil mo BAIIl Ha done D3T. Pe-
3yJIbTaThl aHAJIM3a YKa3aHHBIX TToKazaTeneil y 10 manueH-
TOB IIPEACTaBJIeHBI B Ta0d. 6. MennaHa WHTepBajga MeX-
oy 1-M 1 2-M uccinemoBaHueM coctasuia 14 [11; 22] mec,
MUHUMYM — 11 Mec, MakcuMyM — 23 Mmec.

CTraTuCTUYECKN 3HAYMMBIX Pa3IUIMii B TTOKAa3aTeJIsIX
0011 1 00IIEero COCTOSIHUS 300POBbs AETei HE MOIYYEHO.
CrenyeT OTMETUTB, YTO, HECMOTPS Ha IMPOrPEeCCUPYIOIIYIO
npupony 3aboneBanus, y 4 u3 8 (50%) nauueHTOB OTMeE-
yajioch ynydiieHue oneHEHHoro o BAIII ob1ero cocro-
SIHMSL 3I0POBbs AeTeit, y 2 (25%) nokaszaTellb ocTaBajics
CTaOMJIbHBIM, U Julb y 2 (25%) oTMe4anoch HapacTaHue
ITOKAa3aTesl.

O6cyxpaeHne

INoka3zaHHOE B HACTOSIIIIEM MCCIIEIOBAHUN OTCYTCTBUE
CTaTUCTUYECKM 3HAYNMBbIX MI3BMEHEHU B 3MOIIMOHAIBHOM
1 COUMaIbHOM (PYHKLIMOHUPOBAHUHU, (PYHKLIMOHUPOBA-
HUU B IETCKOM 00pa30BaTebHOM YUYPEXKICHUH, a TAKXKe
B obwem 6ayute KK mo onpocuuky PedsQL na ¢pone ®3T
y OeTe ¢ HEAPOHONATUYECKMMU U HEHEMPOHONATUYECKI -
mu MIIC, a takxe B (pusnuyeckoM (PYHKIMOHUPOBAHUM
Y MaIlMeHTOB C COXPAaHHBIMU KOTHUTUBHBIMU (DYHKITUSIMU
CBUIETEIBbCTBYET O CTAOWIM3AIlUM YKa3aHHBIX ITOKa3aTe-
JIel B ONMMCHIBAEMBIX TPYIIaxX OOJbHBIX. JlOMOTHUTEb-
HO MOATBEPXKIAaeT OTCYTCTBUC YXYIIICHUN TBUTATEIHHBIX
(GYHKLMI y KOTHUTUBHO coxpaHHBIX nereit ¢ MIIC Ha
¢one nedyeHuss nuHamudeckas oueHka MPH mno mxane
CHAQ. OtcyTcTBHE 3HAYUMOM OTPULIATESIBHONM TUHAMM-
K{ B YKa3aHHBIX ITOKa3aTeJIsaX ¢ YIETOM XOPOIIIO OIMCaH-
HOTO TIPOTrPECCUPYIOLIECTO MYJIBTAOPTAaHHOTO ITOPaXKeHUS
mpu MITC MoxeT OBITh paclieHEHO KaK 3aMeUIeHUE /TIPH -
OCTaHOBJICHUE YXYAIICHUSI COCTOSTHUS 3IMOPOBbs TTAaIlCH-
TOB Ha (oHe JieueHus [3]. JonomHsIeT BEIBOA, O CTAOMIIN-
3alMM COCTOSTHUSI 3IOPOBbsI OOJBHBIX ITPOIEMOHCTPUPO-
BaHHAas Mo pe3ybTaTaM 3aIoJIHeHUs onpocHuka PedsQL
TeHICHINS K YJIYYIICHUIO 3MOLMOHAIBHOTO COCTOSIHUS
NEeTel ¢ HEUPOHOIMATUYECKUMU M HEHEMPOHOMATUYECKH -
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Ta6bnuua 5. ivHamuKa nokasarenein GpyHKLMOHANbHOI HEOCTaTOYHOCTYU No onpocHKy CHAQ, AuHaMmuka 6onu 1 o6uell OLleHKN poauTenaMmn
COCTOAHMA 340poBbA AeTei no BALL y neTeli c HeHelpoHonaTuyeckumu MIMC Ha poHe DO3T, meguana [MKP], MuHUMyM-makcumym

Table 5. Dinamics of Functional Impairment Indicators, Measured by CHAQ, Dinamics of Pain and Parent-rated Overall Health Status, Measured by
VAS, in Children with Non-neuronopathic Mucopolysaccharidoses, Treated with Enzyme-replacement Therapy, Median [interquartile range],

minimum-maximum

Toxasares First Filling
Indicator _
(n=17)
Bospacr, mec 98 [88; 109]
Age, months 42—-123
KonuyuectBo manmenTos, nmonyyaoumx O3T 6/75
Number of patients, treated with ERT
IponmokurensHocTh P33T, Mec 12 [1; 28]
Duration of ERT, months 0-56
OnepaHue 3105 3]
Dressing 0-3
IMogbém 010;0]
Arising 0—-2
Ena 01[0;1]
Eating 0-2
Xonpba 010; 0]
‘Walking 0—-0
I'uruena 2[0; 2]
Hygiene 0-3
JotsaruBaHue 11[0; 3]
Reaching 0-3
Cuta cxarust 110; 2]
Grip power 0-3
AKTHBHOCTh 01[0; 1]
Activity 0-2
N®DH 0,88 [0,38; 1,25]
Disability Index 0—1.75
Bounb mo BAIIT 15 [0; 33]
Pain according VAS 0—40*
OO6111as1 OLIEHKA COCTOSIHUS 310pOBbsi o BAILI 35 [27; 52]
Overall Health Status according VAS 0—63%

IlepBoe 3amoaHeHNE

Bropoe 3anonHeHue

Second Filling P
n="7
1146%—0?21;21] 0.018
7/7
241[413;639] 0.018
2 { 533] 0.893
ﬂ
0 5%32] 0.593
0 (g(EOO] 1
1 5%32] 0.273
1[0; 3] 1
0-3
2 gf;] 0.361
0 5%32] 0.423
ity
% E)l ;] 0.285
2%0[_1(‘)‘,0521 0.593

TIpumevanne. 81 maryeHT, He nosy4atouii 3T, Hauas MosyyaTh Teparnuio Yepes 4 Mec Mmociie MePBOro 3aMoNHEHMUs ONIPOCHUKA; “n = 5; “n = 6; “n = 5; THemocTaTOYHO Ha-
GJIIONICHUIT ¢ M3MEHMEM 3HAYEHUIA TS TOICYETA, TOBKO y | MalMeHTa Mpou301IUIo yaydlieHne nmokasaresist; "HeqoctaTouHo HabMI0AeHHI ¢ MI3MEHEHUEeM 3HAYeHHIA TSt MO/~

cyéra, HA Y KOr'o U3 MauyeHTOB HE MPOMU30IIJIO U3BMECHEHM A I1OKa3aTeIAd.

Note. 51 patient, who received no ERT started to receive ERT 4 months after completing the first questionnaire; *n = 5;%n = 6; “*n = 5; Tnot enough cases with meaning change,
only 1 patient had improvement of indicator; "not enough cases with meaning change, neither of patients had change in indicator.

mu Bapuantamu MIIC Ha ¢onHe neyenus. Tem He MeHee
He TIPOHMKAIOIINE Yepe3 TeMaTO3HIIe(haTnIeCKIl 0apbep
PEeKOMOMHAHTHBIE (DepPMEHTEI HE MOTYT ITOBJIUSITh Ha €CTE-
CTBEHHOE TeUYEeHUE IIOpaXKCHMSI LIEHTPAIBHON HEpBHOM
CUCTEMBI [5], YTO HAXOAUT CBOE OTpaXeHUE B perpecce
bu3nyeckoro pyHKIMOHUPOBAHMS Y OOJbIIMHCTBA MallK-
€HTOB C HelipoaereHepaTUBHBIM TeueHreM MIIC.
IIpencraBiieHHEBIE paHee B IUTEpaType TaHHBIC O BIIUSI-
aun P3T Ha coobiraeMble TMAMEHTAMU MCXOIBI BeChMa
MMPOTUBOPEYMUBLI M HE TO3BOJISIIOT CHEIaTh OKOHYATEThb-
HBIX BBIBOIOB, YTO IMOTYEPKUBACT BAXKHOCTH ITPOBEACHUS
MOJOOHOTO aHaN3a B PeaIbHON KIIMHUYECKOM IPaKTH-
ke. Tak, psn KIMHUYECKUX UCCIIEeNOBAaHUI yKa3blBaeT Ha
noJjioxurespbHoe Bosaeicteue P33T Ha mokasarenu KK.
B OTKpBITOM NpPOTOKEHHOM WCCIIEIOBAHUM JIAPOHMIA-
361, mauBIIeMcs 3,5 roma (n = 35), MHOCKC WHBAJIUOAN3A-
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uuu 1o mkane CHAQ ymenbiimics y 57% u ocraBajcst
ctabmwibHbIM y 20% matueHToB ¢ Jérkoit hopmoii MIIC
I Tuma, pu 3TOM TTOKa3aTesb MHIEKCAa WHBAIUOU3ALINT
B cpegHeM ymyummics Ha 0,31 + 0,11, a uageKc Oomm
y 30 mameHTOB, MMEBIINX TaHHBIC O 0OJIEBOM CUHIPOME,
cHu3MICS B cpeaHem Ha 0,34 + 0,14 [22]. B noarocpounom
OTKPBITOM TIPOIOKEHHOM MCCIICIOBAHNY UAYPCYITb(asbl
y nauueHToB ¢ Jiérkoi popmoit MIIC II Tumna 610 Moka-
3aHO cTaTUCTHYeCKM 3HaunMoe cHikeHne MOH 1o ompo-
cauky CHAQ uepes 24 mec ®3T: ¢ 1,5 £ 0,71 mo 0,13 =
0,064 — o maHHBIM OTBeTOB poauTteeit (n=81; p=10,047)
ncl,28+0,1 100,15+ 0,65 — 110 TaHHBIM OTBETOB JAETEN
(n =44; p = 0,031) [23]. Pesymbratsl 11 ¢a3br oTKpEITOTO
HCCIIeI0BAaHMS TaJICY/Ib(ha3bl TAKKE YKA3BIBAIOT HA YMEHb-
IIeHne 60JIEBOTO CHHIPOMA U IMTOPAKEHUST CYCTaBOB, OIle-
HEHHBIX Mo BAIII, y 10 mauneHTOB ¢ cMuHApoMOoM Mapo-
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Ta6nuua 6. luHamuKa 6onu 1 o6uell OLleHKN POAUTENAMU COCTOAHUA 3A0poBbA AeTell no BALL y aeteii c HelipoHonaTnyeckumun MIMC Ha poHe

O3T. mepguana [MKP]. MuHNMMyM-MaKkcumym

Table 6. Dynamics of Pain and Parent-rated Overall Health Status. Measured by VAS. in Children with Neuronopathic Mucopolysaccharidoses.
Treated with Enzyme-replacement Therapy. Median [interquartile range]. minimum-maximum

Hﬁl‘j’;z:zf" First Filling
(n=10)

Bo3spact. mec 68 [43;76]
Age. months 27—-164
KonmuecTBo nanueHToB. monydarormmx ®3T 7/108
Number of patients. treated with ERT
IponomxurensHocTe G3T. Mec 14 [0; 36]
Duration of ERT. months 0—-58
Bonb mo BAIII 11 [0; 47]
Pain according VAS 0—51*%
OO6111as1 OLIeHKa COCTOSTHUS 300pOBbsi o BAILI 48 [28; 72]
Overall Health Status according VAS 9988

IlepBoe 3amoaHeHKE

Bropoe 3anoaHeHne

Second Filling ¥
(n=10)
S
10/10 —
2 9“_47;949] 0.005
20112 26] 025
41348 029

Ipumevanne. 53 manuenTa, He noyvatonie O3T, Havanu moay4aTh Tepanuio Yyepe3 | Hen, 1 1 2 Mec COOTBETCTBEHHO TOCTIE MEPBOTO 3aMOIHEHUS OMIPOCHUKA; “n = 6;

#n="7,5n=8.

Note. 53 patients, who received no ERT, started ERT 1 week, 1 and 2 months after completing the first questionnaire respectively; “n = 6; *n =7;%5n = 8.

to—Jlamu. CpegHee yMeHbllleHUME 00JEBOro CHHApOMa
yepe3 24 Hen Tepanuu coctaBuio 63 = 41% (p = 0,002),
yepe3 48 Hen tepanuu — 55 £ 54% (p = 0,015), cpenHee
YMEHbIIIEHVE TYTOTOABMKHOCTY B CycTaBax 4epe3 24 Hen
JiedeHust 6bUTO paBHBIM 55 + 24% (p < 0,001), yepe3s 48 Hen
nedenust — 63 £ 22% (p < 0,001) [24]. TTo maHHBIM WC-
ciaenoBaHusl, ipoBeaéHHOro Ha TaitBane, MMH 1o mkaire
CHAQ ymensbmuics nocite 2 et ®3T y 8 u3 9 naumen-
TOB JIETCKOTO U B3pocioro Bo3pacta ¢ MIIC VI tuna, npu
3TOM cpenHee yMeHbleHue coctasuio 0,597 (30,5%) [25].
HanbHeilinee HaOMOAeHNE 32 ITUMU Xe TalueHTaMu Ha
done ®3T Ha mpoTspkeHun 6,2—11,2 roga mokasajo, 4yTo
cpenree ymeHbeHrne MPH 1o cpaBHeHUIO ¢ 6a30BBIM
ypoBHeM oKazajioch paBHbIM 0,42 (21%) [26].

Psn npyrux mccrnemnoBaHMii yKa3bIBaeT Ha OTCYTCTBUE
TIOJIOXKUTEIBHOTO U3MEHEHHUSI MCXOMOB, COOOIIAeMbIX T1a-
meHTamu ¢ MITC v ux ponurensimu, Ha pore P3T. Tak
M. Needham u coaBT. oKa3aJii, YTO Y MAlIMEHTOB C pa3-
JuaHbiMU Bapuantamu MIIC 11 tuma (n = 65, cpenHmii Bo3-
pact — 12,52 + 8,88 roga) mexxny mokazatenssmu KK, one-
HEHHBIMM C TIOMOIIIBIO 3aTIOJTHSIEMOTO POIUTESIMU OTTPO-
cauka PedsQL, u mpogomskutensHocThio M3T ¢ rTorpaBKoit
Ha BO3pacT CTAaTUCTUYECKU 3HAYMMasi KOPPESIIUs OTCYT-
ctBoBana [14]. JnurenvHoe (6,8 *+ 2,2 roga) MyJIbTHIIEH-
TPOBOE, MHOTOHAITMOHAJILHOE HAOJTIOIEHNE 32 TTAllUeHTaMU
¢ MIIC VI tumna Ha ¢pore P33T He MPOIEMOHCTPUPOBAIIO
yxymmenust vim ymydinerus: UOH no mikane CHAQ/HAQ
u nokaszareseii 6oiu nmo BAIIl Hu y maliueHTOB Miaaiie (#
= 23), Hu y nauureHToB ctapuie 18 net (n = 11). I1pu aTom
N®H y maumeHntoB miamiie 18 JieT COOTBETCTBOBAJ, CO-
IJIaCHO OlIEHKE MCClienoBaresiell, yMepeHHbIM HapyleH -
SIM, a y TTAalMEeHTOB cTapuie 18 jer — N€rkuMm HapylleHu-
sIM; OOJIEBOI CMHIPOM JIETKOW MHTEHCUBHOCTUA OTMeJaJicst
B 00€HX TpyIIax Mpu NepBoii U MOBTOPHOI olleHKax [27].

Crenyet, ogHakKo, OTMETUTh, YTO B HAIlleM MCCIe-
IOBAaHUU HEKOTOpasi HEJOOIEHKA TOJIOXUTEIHHOTO

Original investigations

pstHust O3T Ha mokasarenmn KK, dyHKIMoHaTBHOMN
HEIO0CTAaTOYHOCTU, UHTEHCUBHOCTb OOJIM U CYOBEKTUB-
HO€ BOCMIPUSITHUE POAUTENSIMU OOILIETO COCTOSHUS 310-
pOBbBS IeTeil Morja ObITh 00YCIOBIEHA TEM, UTO HA MO-
MEHT MepBOro obcienoBaHus OOJBIIMHCTBO MAIMEHTOB
yXKe MoJiydasiu MatoreHeTudyeckoe jedyeHue. [lomoOHyIo
TeHACHIIMIO K YMEHBUIEHUIO B MTWHAMUKE HOJU TOJO-
KUTEJTbHBIX UCXOJOB, COOOIIAeMbIX MallMeHTAMM, OTIH-
canmu ¢panuysckue ucciaenonarenu [12]. CormacHo ux
JaHHBbIM, 82% pOICTBEHHUKOB, YXaXXHMBAIOIIMX 3a Ta-
uueHTaMu ¢ Tsxénon dopmoit MIIC II tuna merckoro
U B3pPOCJIOTO BO3pacTa, OLUEHUIU U3MEHEHUE COCTOSTHUS
OoonbHbIX TIO 1Kane «Patient Global Impression-Im-
provement» Bo BpeMs 1-to roga ®3T xak MojaoXuUTeNb-
Hoe, 6% — Kak cTabmibHOe, 6% — KakK OTpHIIaTeIbHOE.
JWHaMuKa COCTOSIHUS MALIMEHTOB MOCJIE OKOHYaHUS 1-T0
roma Tepanmuu Obla paclieHeHa KaK TMOJIOXKUTEIbHAs
TOJIBKO 33% POACTBEHHUKOB, KaK CTAOUIU3ALIUS COCTOS -
HUst — 37%, v Kak yxyameHue cocTostHus — 21%. OLieH-
Ka CBOEr0 COCTOSIHUSI CAMUMM MAallMEHTaMU C JIETKOU
dopmoit MIIC II Tuna wiu ux poACTBEHHUKAMU MO TOU
ke mkajne Bo Bpemst 1-ro roma P3T Obuta crienyroieii:
yaydineHue oTMeTunau 87,5% y4acTHUKOB, CTaOWIM3a-
o — 12,5%. JanbHelinag, mocjie OKOH4YaHUS 1-To roga
Tepanuu, OlleHKa COCTOSTHUS MallUEHTAMU WJIU UX POIIU-
TeJsIMU OblTa TIpelcTaBieHa yaydineHueM B 62% ciyua-
eB, crabunm3anuein — B 31%, yxyamenueM — B 6% [12].

Jpyroit BaXXHOW MPUYUHON OTCYTCTBUSI 3HAYMMOI MO~
JIOKUTETbHON MTUHAMUKN B (DU3NUYECKOM (PYHKIIMOHUPO-
BaHUU 10 NaHHbIM onpocHuka PedsQL u B mokaszaTensix
motopuku mo CHAQ y Halmx maiMeHTOB ¢ HEHEPOHO-
nmarndyeckumu MITC Morio crath OTCYTCTBHE CUCTEMa-
TUYECKOM, eXXEeAHEBHON peadbuiuTaliuu Ha (poHe mpoBe-
nenust @3T, Ha BaXXHOCTh KOTOPOIA IJIsI IBUTATETLHOTO
craryca ykasbiBanmu A. Tylki-Szymanska u coast. [28].
ABTOpBI OMUCAIM TpPeodlafaHUe YacTOThl HapacTaHUSs
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00BEMa IBIDKEHUM B TUICUEBBIX, JTIOKTEBBIX U JIy4e3allsICT-
HBIX CyCTaBax y maiueHToB ¢ Jérkoit ¢opmoit MIIC I Tuna
1o cpaBHeHUIO ¢ nauueHTaMu ¢ MIIC I tumna (curapomom
I'ypnep) Ha done 52—208 Hem Tepammy JApOHUIA30MA.
IIpu stoMm y nmanyenToB c¢ Jérkoii ¢popmoit MIIC I tuma
HapacTaHue oObEéMa IBMXXEHUI B CycTaBaX IPUBOAUIIO
K YAYYIIEHHWIO TTOBCEIHEBHBIX HABBIKOB MPUEMA MUIIN/
KMIKOCTU, OICBAaHUS, YMCTKU 3yOOB, ITOCCIICHUS Tya-
Jeta, xonpObl. [1lo MHEeHUIO McclienoBarteneid, MogOOHbIN
noJoxXuTenbHbIA 3¢ dekT @3T y mauueHToB ¢ HEHENPO-
Hormatudeckoii (popmoit MIIC I Ttuna, HecMoTps Ha 60-
Jiee TI03IHee, 110 CPaBHEHUIO € MMallMeHTaMU ¢ CUHAPOMOM
T'ypnep, Hauao JeyeHus, OB JOCTUTHYT Ha (poHe Pu3n-
YecKoil peabMIUTallMM, CIIOCOOCTBYIOINIEH HapacTaHUIO
MBILIEYHON CHJIBI U AecTBYyIolEe cuHepruyno ¢ M3T,
o0ecrieyrBaplleil 371aCTUYHOCTh CcycTaBoB. IIpoBeneHue
peabuiIuTalMy y MaluuMeHToB ¢ cuHapomoM [ypnep npu
9TOM OBIJIO 3aTPYAHEHO B CBSI3M C OTCYTCTBUEM MOTHBA-
IIMA ¥ HEBO3MOXXHOCTBIO aJIeKBAaTHOTO B3aMMOIEICTBUS
¢ mauueHTamu [28].

BrisBieHHasT HaMM pa3sHMIIA B TUHAMUKE MOTOPHBIX
(GYHKIMI y NALIMEHTOB ¢ HEMPOHONATUUYECKUM U HEHEM-
poHomnatnyeckum TedyeHnemM MIIC mo maHHBIM OTBETOB
ponuTeneil paHee 6buta otMedeHa R. Parini u coasr. [29].
HccnenoBatenu yka3pIBalOT Ha yXyAlleHUe 32 M Ha yiIyd-
IIeHNE TOJIBKO 9 u3 52 mokasaTeneil KpyImHOM U MeTKOM
MOTOPUKH II0 JaHHBIM oOmpocHUKa <«Mucopolysaccha-
ridosis Health Assessment Questionnaire» y 10 mauueH-
TOB ¢ TsekEnoi popmoit MIIC II tuma, Hecmorpst Ha P3T
MWHUMAaJIbHOM IIPOIOJIKUTEBHOCTRIO 5,1 Toma; mpu 3ToM
y marueHToB ¢ Jérkoit popmoit MIIC Il tuma (n = 5) Ha
¢one Takou xe mpomgosmkureabHocT M3T ormedanoch
yinydiieHue 23 u3 52 mokasaresnieil, 1 yxXyaleHne — TOJIb-
ko 3 [29].

OTMeuyeHHass B HACTOSIIIIEM WCCICIOBAaHMU M O0y-
CJIOBJICHHAsI, HA HaIll B3IJISIA, YAYYIIEHWEM OOIIEro ca-
MOYYBCTBUSI TCHICHIIMSI K YIYYIICHUIO 3MOIMOHAIBHOIO
coctosgHus nauyeHToB Ha GoHe M3T panHee Oblia BHISB-
JIeHa criennancraMu 13 HunepiaaHmnoB, M3yIaBITUMU BITH-
STHUE TaJICY/Ib(a3bl Ha Pe3YJIbTAThI 3aII0JTHEHUST OIIPOCHUKA
«TNO-AZL Child Quality of Life Questionnaire Child Form
for children» 1 moka3aBIIMMU TOJIOXUTETBHYIO TMHAMUKY
B pasiesiax «3MOILMN», «CAMOYYBCTBHE», «<MOTOPHBIC (DYHK-
uuu» y neteit ¢ MIIC VI tuna (n = 6) B Bo3pacte 6—15 et
[30]. O6 yay4ymeHur TICUXOCOLMAILHOM COCTaBIISIO-
meit KK no pesynbratam 3amoiHeHust onpocHuka «Child
Health Questionnaire» y manmmeHToB, Mitaaiie 12 jeT, ¢ neér-
koit dopmoit MIIC II tuna Ha pore M3T Takke roBopsT
JaHHbIE aMEPUKAHCKUX CIIELIMAIUCTOB [16].

ITpumeyaTenbHO BBISIBIEHUE HU3KOTO Oajuia Mo I1Ka-
Jie «(PYHKIIMOHMPOBAaHME B IETCKOM 00pa30BaTeILHOM
yupexaeHun» onpocHuka PedsQL y Hammx mamueHTOB
¢ HeHelipoHonaTnueckumu tunamu MIIC (n = 7; menna-
Ha — 50 [45; 75]) u ero cHuxenue y 4 (57%) w3 7 nauu-
€HTOB B TMHaMMKe. Hu3kue 3HaueHUS IIKaJbl «DYHKINO-
HUPOBaHUE B NIETCKOM OOpa30BaTEIILHOM YUPEXKICHUN»
(51,1 £ 23,4 6anna) y 20 manieHTOB C pa3TUIHBIMY THUIIA-
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mu MIIC paHee ObUIM MONyYeHBI OPa3UIIBCKUMU CIIeIa-
ymcrtami [13]. BeisiBIeHHBIE 0COOEHHOCTH MOXKHO OTHECTU
K HEOOXOIMMOCTH €XXEeHEACIFHOTO BHITTOJTHEHUST MHDY3Mi
®3T, a Takke, BOBMOXHO, K HEIOCTATOYHOMY BHUMAaHUIO
MHEeJaroroB U IICUXOJIOTOB K JAHHOM I'PYMIIE I€TEN, NMEIO-
X OCOOCHHOCTH IITKOJIBHOTO (DYHKIIMOHUPOBAHUSI, CBSI-
3aHHbIE C MYJbTUOPTaHHBIM MOPAXKEHUEM U C BbIHYXJIEH-
HOM KOpPEKLMEN pexXrMa ITOCECIICHMUS LIKOJIbI.

3aknueHne

[MonBomnst nTor MOJy4eHHBIM TAaHHBIM, CJIETYeT 3aKITI0-
yuth, yTo M3T, mpoBoaumast nerssm ¢ MIIC, He oka3biBa-
€T 3HAUMMOTO TOJIOKUTEILHOTO BJIUSIHUS Ha MOKa3aTeIn
JIBUTATEIbHON (PYHKLIMOHAILHON HEJOCTATOYHOCTH, IO-
kazateau K2K, oOycioBieHHOro 310poBbeM, MOKa3aTelu
0o 1 oOIIei OLIEHKU COCTOSIHUSI 300poBbsi mo BAIIL.
[Ipu atoM y 57% nauueHTOB ¢ HEHEMPOHOMATUYECKMMU
MIIC, necmotps Ha ®3T, oTmMeyanoch CHUKEHUE CPELI-
Hero Oayia 1o ImKane «(hQyHKIMOHUPOBAHUE B IETCKOM
00pa3oBaTeIbHOM yupexaeHumn», a 'y 80% neteit ¢ HEMpo-
Homatuyeckumu MIIC — yxymimeHue rmoxasatenst «pu-
3u4yecKoe (PYHKIMOHUPOBaHKE». TeM He MeHee OTMeUeHa
IUHAMHUYecKass CcTaOwim3amys OOJBIIMHCTBA paccMa-
TPUBAEMBIX HCXOIOB, COOOIIAEMBIX DPOIXUTEIISIMM IIAIlH-
eHTOoB, Ha (poHe P3T, MPoBOAMMOII B TEYEHHUE MEPHUOIA
He MeHee 11 mec. Kpome Toro, rmo JaHHBIM 3aIlOJIHEHUS
poIMTENIMUA TALMEHTOB ompocHuKa PedsQL BrisBie-
HO, 4TO Y 50% neteii ¢ HelipoHOMaTUYeCKUMU opMaMu
MIIC u y 57% neteii ¢ HeHeiipoHOMaTUYECKUMHU (hopMa-
Mu MIIC Ha dpone P3T MeanaHHON MPOTOIKUTEIBHO-
cthio 14 [11;22]n 17 [12; 22] Mec COOTBETCTBEHHO MTPOMC-
XOIWJIO HapacTaHUe CpeaHero 0ajia 1o MIKaje «3MOIMO-
HaJIbHOE (PYHKLIMOHMpPOBaHMe». [10 TaHHBIM 3aMOJTHEHUS
ponutensmu nauneHToB BAII y 50% nereir ¢ HeiipoHO-
natnyeckuMu MITC umeno Mecto yiydieHue o01Iero co-
CTOSTHUS 310poBbs Ha poHe D3T, MeaMaHHOM ITPOIOIIKK-
TelbHOCTBIO 14 [11; 22] Mec.

Takum oOpa3oM, misl OpeaoTBpallieHUsI perpecca
n ynydmeHust KX ngeram ¢ MIIC, HecMoTps Ha mpoBe-
JIEHUE TIaTOreHEeTUYECKOTo ((pepMEeHTO3aMeCTUTEILHOTO)
JICYECHUSI, HEOOXomuMa OITOJTHMUTENbHASI TICUXOJIOTHYe-
CKasl M TeJarorudyeckasl IoMoIllb, ITOKa3aHO MPOBEICHNUE
peryJsipHOU nBUratelbHOM peabuiautauuu. B Kypupona-
HUM U peadbunutanuu gereii ¢ MITC noikKHBEI yuacTBOBaTh
CIICIINAJIUCTHI JIEYeOHOI (DUBKYJIBTYPHI U (PU3MOTEpAITUN,
MeJaroru, IeTCKUe M CEMEMHBIE TICUXOJIOTH, CIIYXOBI CO-
LUAJIbHOM IOOACPXKU CEMEWM, BOCIUTHIBAIOIINUE OETEHU
C MyJIbTUOPTaHHBIM TTopaxeHreM. OCHOBHOM IICJIBIO pa-
0OTBHI yKa3aHHBIX CIECIUAINCTOB IODKHO CTaThb JTOCTH-
JKeHHMe afeKBaTHOHW colLMaJibHOW ajanTallMy IalueHTOB
u yayuimeHne KK manmeHToB 1 ux ceMeid.
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