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MYKONOJINCAXAPMNAO3 | TUMNMA B CAHKT-NETEPBYPTE:
FEHETUYECKWE BAPUAHTDI U OMbIT
GOEPMEHT-3AMECTUTENIbHOW TEPANMUIN

BBEAEHUE

Myxkononucaxapuno3d | tuma (MIIC 1) — 310 peakoe ayTocoMHO-
perieccuBHOE 3a00JeBaHNe, BBI3bIBaeMoe jaeuuutoM o-L-mrypoHumasbl.
I'en anpda-L-umyporunassl (IDUA) 10KanIn30BaH Ha 4€TBEPTOH XPOMOCO-
Me ueroBeka B nozunuu 4p16.3 Gene: [04p163/IDUA] [13].

B nacrosimiee Bpemst B rene anbga-L-naypoHnia3sl 4enoBeka BhISBICHO
oosee 50 myranuit. Mcropuuecku, MIIC I Obin pa3zaenen Ha 3 kinHHUYeE-
ckux moxruna: ['ypruep (tsoxensrit), [leite (merkuit/msrkuii) u I'ypnep-Leiie
(mpoMexyTo4HBIH). JTa KiIacCupUKAIMs OCHOBaHA HA KIMHWYECKUX TPO-
SIBIICHUSIX, BKJIIOYAIOIIMX BO3pACT Havyasia 3a00JIeBaHMsI, CTETICHb U CIIEKTP
MOpaKeHHBIX opraHoB (Bkuitodas nopaxenue [[HC). B nactosee Bpems
HET OMNpEJENICHHBIX KIMHUYECKNX WM OMOXUMHYECKHX KPUTEPHEB, KOTO-
pBle MOTIIM OBI YETKO pa3fesuTh ATH MOATUIEL. BwisBneHHple 3 moarwma
MIIC I npencTaBigioT MIUPOKUH CHEKTP KIMHUYECKUX (EHOTHIOB, 00y-
CJIOBJICHHBIM BBICOKOHM CTEIEHBIO T'€HOTUIIMYECKON FE€TEPOT€HHOCTHU U CBsl-
3aHBIN C Pa3INYHON OCTAaTOYHOM aKTUBHOCTBIO epmenTa [10, 13].

B ocHOBe TepaneBTHUYECKHX TUIAHOB MYKOTIONMcaxapumosa | tuma ire-
xart epMeHT-3amectuTenbHas Tepanus (P37T), TpaHCIUTaHTaIUS KOCTHOTO
mo3ra (TKM), nogaBnenne cuHTesa cyOcTpaTa, a TakkKe CUMIITOMAaTHue-
CKOE€ JIEYECHHE.

@3T. C 30 anpenst 2003-ro rona MunucTepcTBOM (hapMareBTHUECKON
u numeBoi mpoMeinnieHHOCTH CIIA u ¢ 11 mrors 2003 r. cnenuanpHas
eBporeiickasl KOMUCCHUSI YTBEpAWIN K MPUMEHEHHIO HOBBIM Tpemapar 3a-
MECTUTENIbHOM Tepanuu Ui JIeYeHHs] BCeX MpPOSBIEHUH MYKOIOJIHCaxa-
punosa | tuna, kpome HeBponorunueckux — Aldurazyme® (laronidase),
paspaboTannblii koMnanusaMu BioMarin u Genzyme. C 19 mas 2008 1. 3a-
peructpupoBad u B Poccun. Ilockonpky Aldurazyme™ sBumiics mepBBIM
yHUKaJIBbHBIM (orphan) mpemnaparom s sedenuss MIIC I, omoOpeHHBIM
EBpocoro3om, KOMIAaHWU MOSYYMJIM HMCKIIOUHUTENbHbIE PHIHOYHBIE TpaBa
Ha mpenapar cpokoM Ha 10 neT.

O3T mokazaHa It JJTUTEILHOTO JICYSHHUS TAllMEHTOB C MOJTBEPKICH-
#eiM MIIC 1. TIpemapar BBOAUTCS BHYTPUBEHHO OJUH pa3 B HENEIIO B 03¢
100 ex./kr, wiu 0,58 mr/kr. HauanbHast CkopoCTh BBeIeHUSI — 2 e11./Kr/4ac,
KOTOpasi TIOCTENEHHO YBEIWYMBAETCS Kax/able 15 MUHYT O MakCUMyMa
43 en./kr/yac. Takasi CKOPOCTh MOJEPKUBACTCS 0 KOoHIA WHpy3un. O0-
1asi MPOJOIDKUTENIEHOCTh HH(Y3UH COCTABIISAECT HE MEHee 3 4YacoB.

Onucannvie sppexmor D3T exniouarom 6 ceos:

*  ViydlleHHe pecIupaTopHO QYHKIIUH.

*  ViyuiieHue (yHKIMOHAIBHBIX BO3BMOKHOCTEH 1 €KEeJHEBHOM aKTHBHOCTH.
* CHmXeHHe 3KCKpennu rimko3aMuHorIMKaHoB (I'AlY) mouw.

* YMeHbIIIEHHE pa3MepPOB TIEUCHH.

*  ViydllleHUE KaueCcTBa KU3HU.

* He BrnusieT Ha HEBPOJIIOTUYECKYIO CHMIITOMATHKY.

e [loutn y Bcex maliMeHTOB, MOMYYaOMNUX AJIbAYpa3uM, MOSIBISIOTCS aH-

TUTENa K 3-My MeCSIly JICUeHUsI.

* He 00HapYXHJIOCh YETKOH KOPPEIALNN MEXKIYy TOSBICHHEM aHTHUTEN

U HEKENIATEeIbHBIX peakmuii [5].

B EBpomne HauaTo npuUMeHEHHE HMMMYHOCYIPECCHUBHBIX IpernapaTroB
(MeToTpekcar, IUKIOCIIOPUH A) JIJTsl CHUYKEHUS BBIPAOOTKH aHTHUTEN B XOJIE
MHoro1reHTpoBoro uccienosanus ALID02307.
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MoHuTOpHpOBaHUE YPOBHS AHTHUTENl B HACTOsIICE
Bpems B Poccun He mpoBoANTCS.

[lo maHHBIM JUIMTENBHOTO HAOIIOACHUS 3a MHalu-
CHTaMH, HAXO[IIUMHUCS Ha JICYCHUU AJIbIypa3uMoM,
B TEUCHHUE MEPBBIX TPEX JIET TePany HaOII0IAI0Ch MO~
CTENIEHHOE YITyYLICHUE MOABMKHOCTH CYCTaBOB, YTO
SIBIISIETCS. BAYKHOM XapaKTEPUCTHKONW KadecTBa IOBCE-
HeBHOU xwu3HHU [11].

TKM. llepBasi TpaHCIUIaHTalMsi KOCTHOTO MO3ra
Obu1a mpoBeneHa npu cuHapome [ypiep Gomnee 25 et
Has3aj [9] u sABIsAETCS €ANHCTBEHHBIM TOCTYIIHBIM Me-
TOZOM JICYCHUS, KOTOPBII MOXET IPEeLOTBPaTUTh HPO-
rpeccupylolee MopakeHue UEeHTPAIbHOW HEPBHOM
cucrtembl. Xots TKM Obia npusHaHa 3QQeKTHBHBIM
METOJIOM JICYCHHUSI 10 HEKOTOPhIM NapameTpam (HopMma-
JM3alMs pa3MEPOB IIEUYEHH U CENIC3EHKH, CTA0MIN3alHs
[IPOrPECCUPOBAHUS THIIEPTPOPUIECKON KapJHOMHOIIA-
THU ¥ OPTOTICAMICCKIX U3MEHEHUH, BOBMOXKHOCTD I10-
JIOXKUTENFHOTO BIIMSHUS Ha MOPaKCHHE LEHTPATbHON
HEPBHOW CHCTEMBI), HO HE BCEIa JOCTUTaeTCs yCIell-
HBII UCXON y MAMEHTOB ¢ CUHAPOMOM ['ypiiep u a0 Ha-
CTOSIIIIETO BPEMEHH CYIIECTBYET MHOXKECTBO (haKTOPOB
OrpaHUYMBAIOIIUX IPUMEHEHHUE JJAHHOTO METO/IA Jieue-
Husl. HecMoTps Ha cy1ecTBYIONIYIO B HACTOSIIEE BPEMSI
(epMeHT-3aMeCTUTEIbHYIO TEPaltIo, pa3padOTaHHYIO
st MIIC 1 tuna, mpu cuaapome ['ypriep oHa HemocTa-
ToYHO 3((eKkTUBHA B CBS3M C HEBO3MOKHOCTBIO MPO-
HUKHOBEHHSI TIpernapara 4epe3 reMarodHiepainieckui
Oapnep.

TKM npu cunopome I'yprep

I'pymma Frantatoni [7] Opl1a IEpBOH, TIPEITIONOKHB-
el BO3MOXKHOCTB TEPEKPECTHOM KOPPEKIIMU MeTabo-
Iu3Ma B KynbType (uOpoOnacToB, MONYyYEHHBIX MPH
Ouorcuy y manuMeHToB ¢ cuHApoMoM ['ypiepa u cuH-
npomoM XaHtepa. [lomoOHbIe pe3yasTaTsl OBIITH TOTY-
gyensl in vivo Di Ferrante et al. [4]: BBeneHue narueH-
TaM ¢ cuHapomoM ['yprnepa (XaHTepa) mia3Mbl KpOBU
OT 3J0POBOTO YEJIOBEKA BBHI3BAJIO JICTPaJalHIO0 TJIMKO-
3aMUHOIVIMKAHOB. Pe3ynbrarsl HAOMIOACHUS O IEPBOM
ombiTe puMenennss TKM mipu cuanpome ['yprep Obumm
0000miens! Hobbs et al. B 1981 roxy [9].

Hamoguzuonoeus TKM

JloHOpCKHE CTBOJIOBBIE KJIETKH KPOBU CTAHOBSITCS
9H/IOT€HHBIM HCTOYHHUKOM Ae(HUIUTHOrO (epmeHTa.
Pasnuuneie mepudepuveckne TKaHd (BKIIO4as Tie-
YEeHb, CEJIE3EHKY, JIETKUE U CEP/AILIE) MPETONI0KUTETb-
HO TIOJTy4aroT GepMeHT Kak oT MakpogaroB POC, Tak
U OT JICWKOIUTOB Tepudepudeckoir kpoBu. T.K. CBO-
OOIMHEIN (epMEHT HE CIOCOOCH IMPEeomoIeBaTh TeMa-
tosHIehannueckuii 6apbep, B LITHC ¢pepment moxer
MOCTYNUTh TOJILKO Onarogapst makpodaram. B ITHC
Makpodaru 1updepeHInpyoTCs B MUKPOTIINIO, KOTO-
pasi cekpeTupyeT GpepMeHT AJisl OKPYXKAroIUX Hehpo-
HOB [10].

Teuenue 3abonesanus nocie TKM

C momeHnTa ipoBeaeHus nepBoit TKM (6omee 25 met
Hazazn) [3] oxono 500 TKM mpu cunapome ['yprep
OBLIIO TIPOBEJICHO BO BceM mupe. [Ipu aTom okosio 40 %
TKM npu nu30COMHBIX OOJIE3HSIX HAKOIUICHHS OBLIO
nposeneHo npu cunapome I'ypnep [6]. Ilocne Tpanc-
TUTAHTAITUH OBLTO BBISBICHO 3HAYUTEIHHOE yITydIIeHHE
B KJIMHUYECKOM KapTHHE, HO pe3yjibTaT BapbUpPOBAI
B pa3iMYHBIX OpraHax M TKaHsx (HaOlIoneHHe mocie
TpaHcIIaHTanuu ooee 3 jer).

B Teuenue 3 mecsues nocie ycnemHoi TKM, ak-
TUBHOCTH (pepMEHTA, KOTOpasi OTCYTCTBOBAJIA UITK ObLIIa
3HAUUTENIBHO CHIDKEHA y AeTel ¢ cuHapoMoM ['ypiep,
HE TOJTyYaBIIUX JICUCHUS, TOBBIIATACH IO YPOBHS J0-
HOPCKOH (T€TepO3UTOTHBI HOCUTENh MM HEMOpakeH-
Hasi TOMO3UTOTA).

B TO € Bpems paHee NOBBILIEHHBIH YPOBEHb 3KC-
KpPELUU TIMKO3aMHHOTJIMKAHOB CHWXKAeTCs 10 YPOB-
Hs BEpPXHEH TpaHUIBl HOPMBI I JAaHHOTO BO3pac-
Ta, ¢ HEOONBITNM KOJIMYECTBOM JepMaTraH cyib(dara
u Oompielt pakiueii remapad cyiabdara — MO JaH-
HBIM 2nekTpodopesa. [lomydyeHHbIE OMOXUMHUYECKHUE
C/ABUTH (aKTUBHOCTH ()epMEHTA M YPOBEHb IKCKPELUHU
[JTMKO3aMHUHOTTIMKAHOB) OCTAIOTCS CTAOMILHBIMU B Te-
YeHHE JITUTEFHOTO BPEMEHH, YTO 00eCTIeYBaeTCS 10-
HOPCKHUM XUMepu3MoM. (2, 8, 12, 14, 15, 16].

Hooasnenue cunmesa cybcmpama — WMCIOIB30Ba-
nue npenapara [enmmreitn (Coidem®). I1o mpemapar,
COZIepIKaIMil pacTUTEIbHBIE ICTPOTCHBI, OAHUM H3 (-
(hekTOB KOTOpOTO, SABISAETCS TOAABICHUE CHHTE3a TITH-
KO3aMHHOTJINKAHOB.

Cumnmomamuyveckas mepanus. OPTONIEANYECKAsS
U XUpyprudeckas KOPpPEKIHH, Tepanusi pPa3BHBaIO-
HIeHCsl ceplieyHON HEIOCTaTOYHOCTH, NpOQHIaKTHKA
W JICYCHHWE MHTEePKYpPpeHTHBIX mHpekuid. U3 xupyp-
THYECKHX BMEMIATENbCTB HAanOoJee YacToW SBISETCS
MUPUHTOTOMHS. TakKe 4acTo BBIMOJIHSIIOTCS TPhIKEce-
YeHHue, aJleHOU/I/TOH3UITIOPKTOMHS M BMELIATeNbCTBA,
CBSI3aHHBIC C KOPPEKIHMeW KapmalbHOTO TYHHEIBHOTO
cunjipoma [1].

LLEJSIb HACTOSILWWEIO UCCNEOOBAHMS

OneHka pacopoOCTPaHEHHOCTH TCHETUYECKUX Ba-
puaHTOB 3a00JeBaHUs, MMEPBBIX CUMIITOMOB OOJIE3HU
Y aHaJN3 pPe3yabTaToB (epPMEHT-3aMECTUTEINHHON Te-
panuu.

MATEPUANDbI U METOObI

[Ipoananu3upoBaHbl pe3yabTaThl padOTHI IO 00CIIe-
JIOBAaHUIO W JieueHuto neteit ¢ auarao3zom MIIC I tuma
B 2007-2012 romax Ha 6a3e 3-ro meAuaTpuIecKoro OT-
nenenust ' bOY BITIO CIIOI'TIMY. Beero B nccaemoBa-
HUe BKJIroueHo 9 aereil. [Ipu nepBUYHOM MOCTYIUIEHUN
Ha OTJIEJIEHHE KaX/Iblii PeOCHOK TPOXOIUI CTapTOBOE
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KOMIIJIEKCHOE 00CIieIoBaHUe, BKIIIOYAIOIee 0OBHEKTHB-
HBII OCMOTP, KIIMHUKO-OMOXUMHIYECKOe 00CIIeJOBaHuE,
aHaIM3 MOYM Ha SKCKPEIHUI0 TIIMKO3aMHHOTINKAHOB,
yIBTpa3ByKoBoe ckanmpoBanue, JKI, peHTreHoioru-
gyeckoe o0cieoBaHre M0 MOKa3aHUSIM, OCMOTPBI CIie-
LUATUCTOB (HEBPOJIOT, 0PTaIbMOIIOT, XUPYPr-OopToNe],
OTOJIAPUHTOJIOT, CYPJIOJIOT, KapAHOJIOT), UCCIIETOBaHIE
KadecTBa Xu3HU. B pampreimeM Ha ¢done D3T rmo-
BTOpPHBIE 00CIIeI0BaHMSI POBOMIIMCH C YacTOTOM 1 pa3
B 6 MecsileB ¢ oleHKOH 3(h()eKTUBHOCTH Teparuu.

Taxoke HaMu OBUTH MCCIIEIOBAHBI aHAMHE3BI )KH3HH
1 OOJIe3HM JeTeH IS BBISBICHUS PAHHUX CHMIITOMOB
3a00J1eBaHMsI C IEITbI0 COCTABICHUS PEKOMEH AN TSI
CIIELIMAIMCTOB U POAMTENIEN MO paHHEW JUarHOCTHUKE
CTpajiaHusl.

PE3YJ/IbTATDbI
B tabnuie 1 npeacrapieHbl CPOKU MOSBICHHUS CHM-
NITOMOB 3200JIeBaHMsI Y 00CIIEIOBAaHHBIX JICTEH.

Kak BugHO M3 mpeacTaBieHHbIX B Tabnuue 1 gaH-
HbIX, ipu MIIC I Tuma B mepBom moayroauu odparia-
U Ha ce0sl BHUMaHHUe: U3MEHEHUs NPU HEHPOCOHO-
rpadun (nmpusnaku rugponedanuun) 71 %, 3agepxka
MICUXOMOTOpPHOTO pa3BUTUA 57 %, HelpoceHcopHas
Tyroyxocts 29 %, noMmyTHeHue porouusl 29 %, ryp-
neponogoOHbI GeHotun u rematomeranus B 29 %,
MOCTOsIHHAS 3aJIOKEHHOCTh HOca W PUHUT B 29 %,
KH(QOCKOJINO3 M IIYM B CEpIlle MPU ayCKYJIbTalUU
B 14% cnyuaes. [lpu manpHelimem HaOIIOnEHUU
3a pebeHkoM 70 | roja COOTHOLIEHHE COCTAaBHIIO:
W3MEHCHUS TPH HeWpocoHoTpaduu (MpU3HAKH TH-
npouedanun) 86%, 3amepKKa CHUXOMOTOPHOTO
pazButus 86 %, HelipoceHcOpHas TYroyxocTs 43 %,
noMyTHeHue poroBuibl 43 %, kudockonno3 57 %,
rypiaeponono0Hsii ¢penorun B 57 %, renaromeranus
Y IIIyM B CEpAIIe NP ayCKyabTanuu B 43 %, mynodHas
rpeika B 29 % nocTosgHHAas 3aJI0)KEHHOCTh HOCa U PH-
HUT B 29 % caydaes.

Tabnuya 1
Cpoku nosiBneHns cMMNTOMOB 3aboneBaHns y 06cnenoBaHHbIX AeTel
MauuneHTsbl
CuMnTOMBI
1YW 2.CA. 3.CJ. 5.T.M. 6.M.0. 7.U.A. 8. .M.
HapyweHus cHa, anHo3 2T 2T 2r. - - 4r. -
HapyweHus nosenexus 1r 3 mec. ir. 6 mec. 1r. 6 mec. - - 8 mec. -
lenmaTtomeranus 1r. 3 mec. 1r 3 mec 1r 3 mec ir 2 Mec. 3.9 mec. 6 Mec.
3a”0)KEHH°ETb Hoca, 1r 3 mec 1r 3 mec 1r 3 mec 1r 1 mec 2 mec. 5 net 4 mec.
NMOCTOSIHHbIN PUHUT
afiep>KKa NCUXOMOTOPHOT
3anep CMXOMOTOPHOTO 1r 3 Mec. 6 mec. 6 mec. 7 Mec. 3 Mec. 8 mec. 6 mec.
pazBuTuS
CnneHomeranus 1r 3 mec 1r 3 mec 1r 3 mec - 7 Mec. 5 net -
[ynoyHas rpbixa 1r 3 mec 1r.1 mec. 1r1 mec ir 7 mec. 5 net -
MaxoBas rpbixa 1r 3 Mec. - - - - 3 mec. 2.1 mec.
HelpoceHcopHas Tyroyxoctb 1r 3 Mec. 5 mec. 5 mec. - 9 mec. 5 net 2.1 mec.
L
yM B cepaue 5 net 5 net 6 mec. | 5 net6 mec. ir 11 mec. 3.9 mec. 6 Mec.
npun aycKynbTaumm
Kndockonnos 1r 3 mec. 1r1 mec 1r1 mec ir 9 mec. ir 6 Mec.
Mamenenne kuctw 1r 3 mec. 1r 3 mec 1r 3 mec ir ir 8 mec. -
«KKOrTUCTaqa nana»
[ycTble YepHble 6poBU 1r 3 Mec. 1r 3 mec. 1r 3 Mmec. ir 3 Mec. 8 mec. 6 mec.
LUMPOKEM’ KOpOTKMH HOC 1r 3 mec 1r. 3 mec. 1r. 3 mec ir C poxaeHus 8 mec. 6 mec.
(He ceMeltHas 0cO6EHHOCTb)
Bonbuve ywrbie pakosurbi 1r 3 mec. 1r 3 mec 1r 3 wmec ir C poXaeHus 8 mec. -
1 MOYKM
LLnpokune «oTeyHble» aecHa 1r 3 mec. 1r 3 mec. 1r 3 mec. 1r. C poxaeHus 8 mec. -
MnoTHasa koxa 1r 3 mec 1r 3 mec 1r 3 wmec ir 7 mec. 5 net -
TyronoZBWXHOCTb CyCTaBOB 1r 3 mec 1r 3 mec 1r 3 mec ir 3 mec. 5 net 6 mec.
[MoMyTHeHMe poroBuLbl 1r. 3 mec. 5 mec. 5 mec. 1r 2 mec. 10 mec. 31.9 mec. 2T
Wamerenus Ha reipocororpaduy 1,5 mec. 3 mec. 3 mec. 3 mec. 2 Mec. 8 mec. 2T
(rmppouedanus)
[ycTuie xecTkue Bblolupecs 1r. 3 mec. 1r 3 mMec. 1r. 3 mec. 1r. 2 mec. 1r 3 mMec. 5 ner -
BOJIOCHI
yeraHoska 1r3mec. | 1r3mec. | 1r3mec ir 11 mec. 2111 mec. 6 Mmec.
[MarHosa
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Tabnuua 2
[eHeTUuYeCKMIA BapMaHT MyKononncaxapuaosa u adhdekT pepmeHT-3aMeLLatoLLeii Tepanum y 06cnefoBaHHbIX AeTei
Ma- yCTgﬁI)aBKM [ara Hava- | Konnyectso
B Myra- na Tepanuu npose- Mo6ouHble
::T Mon | OnarHo3 st ,u(,;tgar;gii (803pact CHHbIX peakumm dddektol 3T Mcxopnbl
pe6erka) pebeHka) NHbY3MIA
YBenuueHue apuratenbHom .
Jluxopagnka MocMepTHbIN Ana-
375, ronop- | S<TMBHOCT, POMSHOCHT rHO3: OCTpas NIero4Ho-
1. Q70X/ 11.2002 05.2007 2 6onbLue CoB, yMeHbLUe- .
M | MINCIH 162 Haa 6onb? Ha cepheyvHas HefoCTaTou-
Y4.n. Q70X | (1 r.3 mec) | (5.9 mec) HMe pa3MepoB MeyveHn
HavanbHble HocTb B Bo3pacTte 10 net
WHY3MM M CeneseHKku, CHixkerue 3 Mec
3Kkckpeuun TAT ¢ Moot '
Mcue3HoBeHWe HOYHbIX M3 MOHOXOpHanbHOM
02.2003 KpanueHuua anHoO3, CMOHTAHHBIX PBOT, ABOHHM (1). I'I.ocmepT—
2. Q70X/ 12.2007 COKpalleH1e pasmMepoBs HbIl AMarHo3: ocTpas
X | MMCIH (1r 3 mec.) 181 Ha 6-10 U 7-10
CA. Q70X (6 n. 1 mec.) MHby3MN neyeHu u ceneseHku, NeroyHo-cepaeyHas
Y CHWKeHue 3kckpeumu TAl | HeAOCTaTOYHOCTb B BO3-
C MoYoK pacte 11 net
McyesHoBeHME HOUHBIX o
M3 MOHOXOpUHanbHo
arnHo3, CMOHTaHHbIX PBOT, o
KpanuBHuua NyYLIEHUE ABUKEHUN ABOfHM (2). Tocmept-
3, Q70X/ | 02.2003 | 12.2007 P yny Hblli aMarHos: OcTpas
X | MICIH 55 Ha 7-10 1 8-10 B CyCTaBax, COKpalle-
CJ. Q70X | (1 r. 3 mec.) | (6 1.1 mec.) NeroYHo-cepaeyHas
MHDY3UK HMe pa3MepoB NneyeHu
Hef0CTaTOYHOCTb B BO3-
U ceneseHku, CHUXKeHKe
< pacre 7,5 net
aKkckpeuwum Al ¢ Moyoit
TKM B 2-netHem BO3-
2007 o
4N | m | MOCIH - 2r) - - - - pacte, HeAOCTaTOUHbIM
: 3 dekT, Hyxaaetcs B 3T
5. MMC | 11.2009 11.2009 [ocMepTHbI AMarHo3:
™| X | Hs | YK (3 vee) | (Lr 3 mec) 22 Ynyduwerive MMP PTMX nocne TKM
YcnewHas TKM
5,6,7
WHdy3Mit 3a- | CrabuneH no Kapamo- 8 03.2010 1, He Hyxna-
etcs B @3T, MMP ¢ no-
perucTpupo- | MuOoMaTHu, CoKpaLleHne M o
. NOXMUTENbHOM AMHAMUKOW,
BaHa pBOTa; pa3MepoB MeYeHu,
O[LHOKPaTHO HOpManusaums pasme- HO COXpaHseTCs oTcTaBa-
6. W47X/ 07.2009 08.2009 Hue. YcnewHo nepeHec
M | MMNCIH 28 3aperu- pOB CeneseHKku, ucyesnu
n.Ao. Q70X (11 mec)) 1lr) 2 onepaTuBHbIX BMeLLa-
CTPMPOBAHa | HOYHble arHO3, AbIXaHue
TeNbCTB MO KOppeKLMM
nnxopanka CTano MeHee LYMHbIM,
A Kndo3a rpyaonoscHUYHO-
0o 37,5 °C CHUWXeHue 3Kckpeuun TAT
ro oTAena No3BOHOYHMKA
Ha oHe MOouu -
C MOCTAHOBKOW MeTanno-
LeHTauum
KOHCTPYKLMM
BropuuHas Muokapamona-
) M (rMnepTpodus Mr1okap-
C01.2010r. Towkora, pso na obowmx xxenypoukos), HK
Ta, LMaHo3, YBenuyexue gsura-
(4r.11 mec), - [ B-IIl. Bbicokas nerouHas
Hepery- KpanuBHMULA, TEeNbHOWM aKTUBHOCTH, rnepreHsms. Nomysa-
7. 10.2008, NnoBbIlWeHMe | HOpManusauus pasmMepos ,'
M | MICIH - NAPHO, C 51 eT Tepanuio: KarnoTeH,
N.A. (3.8 mec.) Al cuct. po NEYEHU U CeNe3eHKH,
04.2011r. BEPOLUMMUPOH, TMNOTHa3na,
140 MM pT. CT. | cHMXeHMe 3KcKkpeuun TAT
(6 n. 2 mec.) 6aceHTaH C NoONOXMTENb-
Ha HayanbHble Mouu .
perynspHo HbIM 3 deKToM. JleTanbHbIi
NHbY3MK
MCXO0[, BO CHE B BO3pacTe
8 net 2 Mecaua
YBenuueHue aBuUraTenbHoM PaHHsas nocTaHoBKa
070X/ AKTUBHOCTM, MPOU3HOCUT nmarHosa obycnosneHa
8. ” MMNCI el 01.2011r. | 04.2011r,. 82 _ 6onbLUe C10B, HOPManNU- | NOBTOPHbIM ciydyaem MIC
N.M. H/S €683 (4 mec.) 7 mec. 3aUMa pa3MepoB MeYeHn | B [aHHOM cembe. [naHu-
1 CeneseHku, CHMKeHne | pyetca nposenenue TKM,
3Kckpeumn TAT ¢ Moyoi MAET NOUCK AOHOpa
YBenuyeHve aBuraTeNbHoM
9.Y.| x | MNCIH - 08.2012 08.2012 22 - »HOp NOCTTPAHCMNAHTALMOH-
LMs pa3MepoB NeYeHn n o
HbIlA nepuoa

ceneseHku, CHUKeHUe
3Kckpeumn TAT ¢ Moyoit
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[IpaBuiibHBINM TUarHO3 ObLT YCTaHOBIICH 0 1 Toma
B 43 % ciyuaes.

Tenernueckuii  BapuaHT  MYKOIMOJHUCAXapHUI0-
3a M HEKOTOpBIC Pe3y/bTaThl NMpPOBEACHUS (HEPMEHT-
3aMECTUTEIILHOM TEPaIuy MPEJICTABICHBI B Ta0IUIE 2.

Ha ocHoBanuu aHanu3a NaHHBIX, NPEACTABICHHBIX
B Ta0nuIle 2, MOXKHO C/IeNIaTh BBIBOJ, YTO CPENIH ITaIld-
entoB ¢ MIIC I tuna B CankTt-IletepOypre mpeobiana-
foreit siBisieTcst mytamust Q70X, B OTIWYHME OT TaHHBIX
no EBpomne, roe npeobnamaer myramus W402X. @3T
OKa3aiach BeChbMa APPEKTUBHBIM CPEJICTBOM JICUCHHS.
Cpenn moO6oIHBIX 3PPEKTOB HE OTMEUEHO CEPHE3HBIX.
CaMBIMH 9aCTBHIMU SIBJISUTHCH KOXKHBIE chITH (33 %), mu-
xopajka (22 %), TomHoTa 1 pBoTa (22 %).

3AKJIOYEHUE

1. Ilpu mposenernu 3T yposens sxckpermun Al y Ha-
OromaeMbIX HaMU JeTel yMeHbIrics Ha 56 %, 33 %
y neBodek Ne 2 u Ne 3, Ha 71 % — y manbamka Ne 1.

2. YMmensuieHue ypoBHs skckpennu AT accounmpo-
BaJIOCh C KIIMHUYECKH OMPENECISIEMbIM YIyUIICHUEM
COCTOSIHUSA JI€TeH.

3. 3aperucTpupoBaHO CYIIECTBEHHOEC YMCHBIICHHE
pa3MepoB MEUCHU M CEJIC3CHKH IO JaHHbIM Y3U
1 OOBbEKTUBHBIX OCMOTPOB.

4. Y Bcex nmeteil 3a BpeMs HaONIOIeHUS OTCYTCTBOBAIIO
MIPOrpeCCUpOBaHKEe TUApPoneaTuu U TUIIEPTPOPHUH
JIEBOTO JKeTy/I0uKa cepala.

5. ¥V Bcex AeTel 3aperucTpUpOBaHO YIIyYIIEHUE HMO-
LUOHAJIBHOIO CTaTyCca U ABUTAaTEIbHON aKTUBHOCTH,
YJIy4lIE€HUE CHA U UCYE3HOBEHNE HOYHBIX allHO3.

6. B 11e510M HECMOTPS Ha TO, YTO HAII OIBIT ITOTBEPK-
JlaeT JMHAMHKY CHMKEHHUS SKcKpermu ypoBHs Al
3apEruCTPUPOBAHHYIO B KIIMHUYECKOM UCCIEIOBAHUU
ALID-014-02, a mpoomKUTEIhHOCTD JISUSHUS ObITa
naxe Oompiie, agdext HazHadeHus Aldurazyme™
y 9acTu JeTel ObUT HEe OYEHBb BBIPAKEHHBIM, YTO T10-
BUJUMOMY CBSI3aHO ¢ Mo31HUM HayamoM D3 T.

7. B mocneanue 2 roga CyuieCTBEHHO CHU3MJIICS BO3-
pacT NOCTAaHOBKU JIMarHo3a npu cuuapome I'ypuep,
cootBercTBeHHO P3T 1 mouck AoHOpA 7S MPOBe-
nenust TKM HaurMHArOTCS 10 IO CTHKCHHS pEOCHKOM
BO3pacTta 24 MecsLeB, YTO CYIIECTBEHHO YIyUIlaeT
nanpHeimmii nporHo3. T.e. B Cankr-IlerepOypre
HET CIIy4yaeB IHO3[HEH JMAarHOCTUKU TSKEJbIX
dhopm MIIC, a paHHee Ha4YaIO TepaH MO3BOJISICT
MOATOTOBUTH peOeHKa AJisi Ooiee yCIeIHOro mpo-
BeneHust TKM. 1o naHHbIM moKa3arensM ypoOBEHb
IIOMOIIU JETSM COOTBETCTBYET €BPONEUCKUM CTaH-
maptam [11].

8. Ham ombIT CBUAETENBCTBYET O TOM, UTO JUIst Oosee
paHHero BBISBICHUS 3a00JIeBaHUs 11€JIeCO00PA3HO:

a) BeeneHne HCI B ctaHmapT 0oCMOTPOB JeTei mep-
BOT'O T'0J1a )KM3HU B 3-MECSIYHOM BO3pPAacTe;

0) npu Hammunu n3meHennii Ha HCI™ peGenka nene-
CO00pa3HO MPOKOHCYIIETUPOBATH Y OTOJAPHUHIOIIO-
ra, orajgpMosIora, OpTore/aa, XUpypra B BO3pacte
6 MeCSIIICB; B 3TOM K€ BO3PACTe HEOOXOIMMO IPOBE-
CTU ¥Y3-HCCIIIOBAHUE OPTaHOB OPIOIITHOM MOJIOCTH

B) TIPH BBISBICHUU Y3KUM CIICIIUAIMCTOM XOTS OBI
OJIHOTO M3 BBIIIENEPEUUCICHHBIX CUMIITOMOB 3a-
OoJieBaHMs B codeTanny ¢ u3menenusamu Ha HCI'
PEKOMEHIyeTCsl KOHCYJbTAIlUsl TeHeTHKA U aHa-
JIN3 MOYU Ha HKCKPELHUIO [NIUKO3aMUHOTIIMKAHOB.

JlanbHe1as TakTUKa ONpPeesieTCs TUIIOM BbISIB-

JIEHHOTO 3a00JIEBaHMSI.
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MUCOPOLYSACCHARIDOSIS TYPE I: GENETIC
VARIANTS AND ENZYME REPLACEMENT THERAPY
EXPERIENCE IN SAINT-PETERSBURG

Buchinskaya N.V. Kalashnikova O.V., Dubko M.F., Kostik M. M.,
Chasnyk V.G.

¢ Resume. In this article we describe a 5th years experience
of enzyme replacement therapy (ERT) of mucopolysacchari-
dosis (MPS) type |, an autosomal recessive disease caused by
deficienty of a-L-iduronidase. ERT by Aldurazyme (BioMarin,
Genzyme, USA) used for patients with proved MPS |. The drug
was intravenously administered in a dose 100 U/kg or 0,58
mg/kg per week. Also we evaluate the prevalence of genetic
variants and first symptoms of the disease on a base of re-
sults of clinical examination and therapy children with MPS
| in 2007—2012 years in 3rd pediatric department of State
Pediatric Medical University. Composed recommendations for
early diagnostic MPS | for specialists and parents.

¢ Key words: mucopolysaccharidosis type |; enzyme replace-
ment therapy.
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