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Mykonoaucaxapuno3 I tTuna (MIIC I) oTHocuTCSl K TM30COMHBIM 60Je3HSIM HaKoIIeHHs. B HacTosimee Bpemsi cyuie-
ctByer cnenuduyeckas tepanusi MIIC I — TpaHcniaHTauMsi reMONO3TUYECKUX CTBOJOBBIX KJIETOK M (hepMeHTOo3a-
MeCTHUTeIbHAsl Tepanus Ipenaparom «Anbaypasum®. PaspaGoTaH aaropuTm jedeHUs MALUEHTOB B 3aBHCHMOCTH OT

BO3pacTa U TAXECTH 3a001eBaHMSI.

Knrouesole cnosa: aemu, Myrcono/lucaxapudas I muna, mpancnjianmayusl 2emonodmuidecKkux CcmeoJjloBolx KJemok,

pepmenmosamecmumenvian mepanus, Anvdypasum®

Myxkonoaucaxapuno3d I tuna (MIIC 1) — gu-
30cOMHast 00Jie3Hb HAKOIJIEeHHS, 0OyCJIOBIEHHAS
neuuuTom (epmeHTa o-L-WAYPOHHWIA3Bl, yua-
CTBYIOIETO B KaTaboJnM3Me OCHOBHOTO BeIeCTBa
COEeIMHUTENBbHON TKAHW — TJIMKO3aMHUHOTJIMKAHOB.
B pesysbrate 3TOrO TMPOMCXOAUT IMPOTPECCHPYIO-
Ilee HaKOTJIEHHe AepMaTaHCyJb(ara W renapas-
cysbdara B JIU30COMAX, YTO MPUBOJUT K IPyOBIM
KJIETOUHBIM H3MEHEeHUsIM W (DOPMHPOBAHHUIO Xa-
pPaKTepHOH KJIMHWYECKOH KapTWHBL. Doje3Hp Ha-
cyeflyeTcs 1O ayTOCOMHO-DEeCCHBHOMY THITY.
B Hacrosiliee Bpems eCTb peKOMEHJALWH, CO-
TJIACHO KOTOPBIM IPEJJIaraioT BBAENSATh TSRKETYIO
topmy MIIC I (I'ypmep cunzapom) u ocsnabieH-
Hele — ([ypnep—Ileiie u Illefle cUHAPOMBI).
MIIC I BcTpeyaeTcd C 4aCcTOTOH OAMH CJy4yal Ha
100 000 pomusunxcs, npumepHo 50-80 % mnaiu-
EHTOB UMEIOT TsKeayio hopmy 3aboseBanusd. [1po-
BeJIeHHOEe TOMYJISIIMOHHOE HCCJeJOBaHUE CBHUJE-
TeJIbCTBOBAJIO O TOM, YTO OcJiabJieHHble (DeHOTHIIBI
perucTpupoBaiu B 26 % caydaes [3, 4].

JleTH C TSXKEeJBIMU TIPOSIBIEHUSIMU 3200JIeBaHUS
OOBIYHO YMHPAIOT B TeUeHHE TMEPBOTO JECSTHIIE-
THSl XKM3HMA B pe3yJibTaTe JIETOUHO-CEPAEYHOH He-
IOCTaTOUHOCTH M IIPOrPECCHPOBAHHS HEBPOJOTH-
YeCKOH CHMNTOMATHKU [l]. MHoOrue mauueHTH C
ocaabneHHbiMA opmamu MIIC [ noxuBaioT 10
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B3DPOCJIOrO BO3PACTa, XOTS M UMEIOT 3HAUUTEeJbHbIE
OTKJIOHEHHS B COCTOSTHHH 3/10pOBbd [2].

J1o TosiBIeHHUs Crieli(UUecKod Tepanuu, JeTsm
¢ MIIC I mpoBogu/Iu CHMIITOMAaTHYECKOE JIeUEHHE,
OKas3blBaJM TaJJIHATUBHYIO Tomollp. [losBiaeHne
TPAHCIJIAHTallMK  TeMOMO3THYECKUX  CTBOJIOBBIX
knetok (TTCK) u QepmeHTO3aMeCTUTEBHOR Te-
panuu 3HAYUTENBHO YJYYLIMJIO KauyecTBO KHU3HH
MalMeHTOB U UCXOH 3a00JieBaHMS.

MeToAbI AeveHUs

Tpancnaanmayus 2emonodmuvecKux cmeo-
noeolx kaemok. B cayuae ycnexa TICK (uc-
MOJIb3yeTcs JUO0 KOCTHBIH MO3T, JTUOO CTBOJIOBbIE
KJIEeTKH TYTOBUHHOH KPOBH), MOXKHO TIpefoTBpa-
TUTb Pa3BUTHE MHOTHMX, HO He BCeX KJIHHWYECKHUX
npusHakoB Tskesioro nposisieHuss MIIC 1. Tpanc-
MJIaHTalMs JOJ’KHA OBITh BBIMOJNIHEHA B fe0ioTe
3a00J1eBaHUsl 10 Pa3BUTHS YMCTBEHHOW Jerpaja-
uuu [5].

[lepBast ycremrHas mnepecajgka ajlJIOTEHHBIX Te-
MOTIOTUYECKUX CTBOJIOBBIX KJIETOK Oblia IIpOBe-
JleHa y TOMOBAJIOr0 MaJb4yMKa C TSRKeJon (popmoi
MIIC I B 1980 r. 13 mec crycTd B Mmya3mMe KpoBH
aKTUBHOCTb (pepMeHTa «o-L-UAYPOHHUAA3El Oblia
nogo6Ha TOH, KOTOPYIO HabJIofald B TeTepO3U-
rorax, Ipy 3TOM He OTMeYaJsu MPOrpecCHPOBAHHUS
renaTocrJjeHOMeTa nH, TOMYTHEHUS POTOBUIIBI [6].
B Bospacte 20 jieT mauuMeHT MPOAEMOHCTPUPOBAJ
MOJIHOe TIPHKMBJIEHHWEe TpaHciiaHTtaHTa. OH pas-
BUBAJICS C MHTEJIJIEKTOM B [JUara3oHe HU3KHX pe-
(bepeHTHBIX 3HAUEHHUH, YTO MO3BOJHUJIO €My CaMO-
CTOSITeJIbHO paboTaTth [7].
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Ha ceroguamnui genb 6osaee 400 mamueHTam ¢
tskesiol opmort MIIC I mpoBenensr TTCK. He-
yada MOJHOTO MPHUKUBJIEHUS TpacCIlJIaHTaHTa Cy-
IIeCTBEHHO TIOBBILIaeT 3a00JI€BAEMOCTb U CMEPT-
HOCTb. [IpeATpaHCIIaHTALMOHHAA  MOJATOTOBKA
NOJ’KHA OBITh JOCTATOYHO WMMYHOCYIIPECCUBHOH
U MHes0abJaTUBHOH, YTOOB! ONTUMHU3UPOBATH MPHU-
JKUBJIEHHE TpaHCIIaHTata [8].

Hecmotpst Ha ycnexu, noaydeHHele npu TICK,
PUCKH OCTAIOTCSl 3HAYUTEJNbHBIMU. PeTpocreKTHB-
Hble MCCJIe[JOBAaHUS CBUAETENBCTBYIOT O TOM, YTO
CMEpPTHOCTb COCTaBJIsieT 15 %, 4acToTa yCIemHoro
IPUKKMBJIEHHs TpaHCIIaHtata — 56 % [9]. Kuu-
Huuecku#l ycrex TICK 3aBHCHT OT Bo3pacTa pe-
OeHKa Ha MOMEHT ee MPOBeJleHNs], CTEeNIeHH KINHU-
YeCKUX TIPOSIBJIEHUH, CephevyHO-MyJIbMOHAIbHOTO
cTaryca pebOeHKa, HEBPOJOTHYECKHUX HapyUIeHUH,
TUNA JOHOpPAa M CIIOCOOHOCTH [OCTHXKEHHS CTa-
OUJIBHOTO TIPUKUBJIEHHS TpaHCIIaHTaTa 6e3 pas-
BUTHS KOH(JIMKTA «TPAHCIJNAHTAT TPOTHUB XO35H-
Ha». Pa3BUTHe pedd, KOPPeKLUs MOBeJeHUECKUX U
COMaTHYeCKUX HapYyLIeHWH BHOCAT OTpefeseHHbIA
BKJaJ B ycrex JieueHus: 6osbHOro [10]. Jlyuuiue
KJIMHWYeCKHe HCXOAbl HabJiofanu y AeTed C Ko-
apdunmentom passutusa (DOs) 6onee 70 U BO3-
pacToM MeHee [IBYX JieT Ha MOMEHT TpaHCIlJIaHTa-
. OOHUM 13 HauboJjiee BaXKHBIX MPEHMYILECTB
TICK sBaseTcsl coXpaHeHHe WHTeNJIEKTyaJbHOTO
Pa3BUTHS Y JieTeH, KOTOpoe, Ha OCHOBaHHWHU I'eHEeTH-
YeCKOro aHajn3a, MOTJIO Obl UMeTh BbIpaxkKeHHbIE
Hapyuenus [11].

Ycnemnas TICK moxeT crnocoO6CTBOBaTh He
TOJIBKO YJIYYILIEHHUIO CJyXa, MOABHKHOCTH CYyCTa-
BOB, [IbIXaTeJbHOH M CepHedyHON (DYHKIMH, pas-
pelleHuI0 Tuapoledasd, HO W TOBBILIEHWIO WH-
TeJlJIeKTyaJbHbIX (DYHKLMH, 1aKe TIPH OTCYTCTBUU
CTeUUaNbHOH KOPPEKLMH CO CTOPOHBI LIEHTpaJb-
HOW HepBHOU cuctembl. XoTsd TITCK Moxer ynyd-
wuth c1yx y 30-40 % neTei, oHa He CIIOCOGCTBY-
eT 0OpaTHOMY BOCCTAHOBJIEHHIO KOHJIYKTHUBHBIX U
HEHpPOCEHCOPHBIX HapylleHu# [12].

lematocnieHoMerasus U O0OCTPYKLHS BePXHUX
ObIXaTeJbHBIX IyTEH, B TOM YHCJEe OOCTPYKTHUB-
HOe amH03 CHa, MOTYT paspellnTbCs B TeueHHe
Heckosnbkux MecsueB nocae TT'CK. Kpome Toro,
YepThl JIMLA CTAHOBATCS MeHee TPYOBIMH, pOCT
YBEJUUUBAETCS, YPOBEHb TJMKO3aMHHOTJUKAHOB
BO3BpAIllaeTcs K HOPMAJbHOMY WJIH TOYTH HOp-
MaJsibHOMY. XOTSl aHOMAJiMg CeTYaTKH COXPaHSeT-
Csl, TIOMYTHEHHE POTOBULB CTAOUIM3UPYETCS WU
MeJIJIEHHO paspelliaercs, rJa3Hoe NaBJIeHHe MOXKET
HOpMaJu3oBathbcs [13].

CepreyHble MPOSIBJIEHHS BKJIOUAIOT CEPAECUYHYIO
HEeI0CTaTOUHOCTb, TAaXHAPUTMHUIO, KOTOPBIE KOppeK-

TUPYIOTCS B T€YEHUE OHOTO TO/ia MOCJIe YCIelHO
TICK. Takxe yayyiiaetcs (DYHKIHUS MHOKapa,
MPOXOJUMOCTb KOPOHApHBIX apTepuil. CeppiedHble
KJIallaHbl OCTaBaJHCh PE3UCTEHTHBIMHU K TIpOBeJie-
nuto TT'CK, u naxe vacro mporpeccupoBaju [13].

CkeJieTHble aHOMAaJMM COXPAHSNUCh U TIOCJE
TI'CK, moatomy OOJBIIMHCTBO MALMEHTOB C TSXKe-
Jou opmort MIIC I, umerotie xopoliee MPUKHUB-
JileHWe TpPaHCIJIaHTaHTa, HYXKAATCH B HECKOJb-
KHAX OpTOTNeIUUECKUX BMellaTeJbCTBaX. TeM He
MeHee, TalueHThl ¢ TsKeaou gopmoirt MIIC I u ¢
ycnemHo#t TTCK vMeIOT CHUXKeHHe CTelleHH JWC-
TMJ1a3Uu «3yOOBUAHOU KOCTH» [13].

Depmenmo3zamecmumenvrnan mepanus. Anb-
nypasum® (JapoHua3a, UId peKOMOUHAHTHas Ye-
JioBeueckas o-L-UaypoHHUaasa, kKopropauus «Gen-
zyme») TIPUMEHSIOT JJS NaTOreHeTHYeCKOW Tepa-
nuu nauueHToB ¢ MIIC 1 B CILIA, Esporne, Poccuu
U MHOTHX ADPYTHX CTpaHaX. B Hacrosiiiee Bpems
NIPU TIPOBEIEHUM KJIMHWYECKUX HCCIeN0BaHUN 00-
Jee 100 mauuento ¢ MIIC I nony4anu mpenapat
«Anbrypasum®s.

[IpocrieKTHBHOE OQHOTPYIIIOBOE HCCJELOBaHUE
(dasza 1/2) 10 maumentos 5-22 jer ¢ MIIC I,
KOTOPBIM eXXKeHeJleIbHO TTPOBOAUIY BHYTPHUBEHHbIE
UHGY3UH PeKOMOMHAHTHOM UeJOBeUeCKOH a-L-
WAypoHHnassl B mose 125 ENI/kr B TeueHue 52
HeJl, TI0Ka3aJo, YTO MPOU30LLIO YMeHblIeHHe pas-
MepoB TleYeHH (B cpefHeM Ha 25 %) U ceJle3eHKH
(B cpemrem Ha 20 %), CHHXKEHHe SKCKPELMH IJIH-
KO3aMMHOIJIMKaHOB B Mode (Ha 63 %), 4acToThHl 06-
CTPYKTHBHOIO amHo3 cHa (Ha 61 %), 3HaunTe bHOe
yBeJHUeHHe pocTa MallMeHToB, 00beMa JBHXKeHUH
B IJIeYeBBIX M JIOKTEBHIX CYCTaBaX, yJydlleHHe
(DYHKIIMOHANBHBIX TIOKa3aTeJiel CcepiaeuHod es-
TeJIbHOCTH Y TOBBILLIEHHE BBIHOCJAUBOCTH. CrenyeT
OTMETHTb, UTO BO BpPeM$ BBeJIeHUd Ipernapara y o
NalyeHToB HabJI0faNy MpexoAallylo KpauBHHULLY,
y 4 — TIOSIBUJIUCH aHTUTeJA K Anbaypasumy® [14].

[IpocrieKTHBHOE OTKPBITOE MHOTOHALIMOHAJBbHOE
uccienoBanue (¢asza 2) 20 mauueHTOB MJaflle
natuaeTHero Bospacta ¢ MIIC I (cpemHuil BO3-
pact 1,3 roga), KoTopble TIOJyYaIy exeHeleabHble
uHby3un Anbaypasuma® B go3e 100 EI/Kr B Te-
yeHue 52 Hep (4 mauueHTaM J03a mpernapara OblLia
yBesnuerna 10 200 EJI/Kr B TeueHHe MOCJEIHHX
26 Hen 13-3a MOBBILIEHWS YPOBHS TJIMKO3aMHUHO-
TJIMKaHOB B Moue Ha 22-U HefieJie JIeUEHHUS), CBU-
JIeTeIbCTBOBAJNIO O CHHUXKEHUH 3KCKPEeMH TJIMKO03a-
MHUHOIJIMKaHOB B Mode (Ha 61,3 %), ocoGeHHO y
MallMeHTOB C HHU3KUM YPOBHEM AaHTHTEJ, a Tak-
e y mosydaBuinx mpemapat B gosze 200 EII/kr.
Y MOJIOBMHBI TalIMEHTOB IMPOM30ILIA HOpMaJsn3a-
L1 pa3MepoB Te4yeHH, Yy OCTaJbHBIX OHA 3HAUH-

[MoAanucHoM nHaekc 72075
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TeJIbHO YMEeHBIUUAAach. 1o MauueHToB C THIEep-
Tpopuel JIeBOro XKeayaodka CHU3WJIACh C 53 JI0
17 %, a Macca J1eBOTO KeJylo4Ka YMeHbIINJIACh
Ha 11,3 %. YayduleHde WM HOPMaJM3alKMI0 CHA
peructpupoBain y 67 % mauuentos. Ciregyer
MOAUEPKHYTh, YTO Yy Bcex mnauueHToB ¢ MIIC I
OTMeYaslu HOpPMaJbHOE YMCTBEHHOe pa3BUTHe. B
pe3ysbTaTe MCCJIENOBaHUSA Oblia H0Ka3aHa XOpo-
1asg MepeHOCMMOCTb Tpernapara «AJbAypasuM®s.
HecmoTpd Ha To, 4TO B pe3yJibTaTe JeUeHHUS Y
BCEX TallMeHTOB BBIpaOaTBIBAIHCh [gG-aHTHUTeNa,
TONBKO Y 35 % MaLKMeHTOB TOSBUIKMCH CBS3aHHbIE
¢ WH(pYy3uel He3Ha4yWTeJbHbIE W JIETKO KyMHpye-
Mble peaklvu (rurneprepmus, 03Hob) [15].

Jns montBepxkaeHUS 3((EKTHBHOCTH U 0es-
OMacHOCTH  (pepMeHTO3aMeCTUTENbHON Tepamuu
npenapatom «AJbaypasum®s TIPOBOAWIM PaHMIO-
MHU3UPOBAHHOE JBOHHOe CJernoe Mianebo-KOHTPO-
Jupyemoe ucciaenoBanue (dasa 3). 45 mauueHTam
¢ MIIC I BBogunu nu6o Anpaypasum® B noze 100
EN/kr, 1160 mraie6o eXeHeleNbHO B TeUeHHeE
26 Henm. Y mMauMeHTOB, NMPUHUMABIIMX AJbAypa-
3UM®, TIPOM30LLIO yBeJUYeHHe (HOPCHPOBAHHON
JKM3HEHHOH eMKOCTH JIeTKHX (B cpegHeM Ha 5,6 %,
p=0,009), paccrosgHusg TpH 6-MUHYTHOH XOmbOe
(B cpenHem Ha 38,1 MeTpa MO CpaBHEHHIO C IPYII-
nod muaanebo, p=0,039), yMeHBIIWICT pasMep
nedenn (#a 18,9 %, p=0,001), ypoBeHb TJIHKO-
3aMHHOMIMKaHOB B Mode (Ha 54,1 %, p<0,001).
Y mauueHTOB ¢ TspKesnon ¢opmort MIIC 1 oTme-
Yalyd 3Ha4yWTeJbHOe VJydlleHHe CHa U oObema
IOBWKEHUH B TJIEUEBBIX CyCTaBax. ToJbKO y Of-
HOTO TallMeHTa Pa3BUJIOCh OCJOXKHEHHE, KOTOpOe
YCYTyOISIOCh CYIIECTBYIOLIEH OOCTPYKLIHMEH BepX-
HUX JbIXaTeNbHBIX MyTed U PECTPUKTUBHLIMHU Ha-
PYLIEHHSIMU JIETKUX, B pe3yJbTaTe 4ero emy Oblia
nmpoBefieHa TpaxeoctomMus. OCTpele pecrnrpaTopHble
3a00/1eBaHMs TaKXKe MOTYT BBI3BIBATh PeaKLH, CBS-
3aHHble ¢ UHPY3ued. Takum 00pa3om, MpUMeHeHHe
Anbnypasuma® 3HaUMTEJNbHO TOBBILIAET (DYHKIHMIO
IbIXaHus, obllee (PU3NYECKOEe COCTOSTHHE OOJBHBIX,
CHWXKaeT HaKOIJIeHWe TJIMKO3aMHUHOTJIUKAHOB U
HMeeT XOPOUIXH mpoduib GesonacHocTH [16].

Bo Bpemsi assl 3 pacUIMpPeHHOr0 HCCJel0Ba-
HUSl 3((HEeKTUBHOCTH U 0e30MacHOCTH AJbaypasu-
Ma® mpoBOAUU JeueHHe 45 G0JbHBIX 6—43 JeT ¢
MIIC 1 (cpemnuii Bo3pacT 15,7 roma) B TeueHHe
3,5 Jer. BeuIo MOKa3aHo, U4TO CHHUXKEHHE dKCKpe-
LMY TJIMKO3aMHHOTJIMKAHOB B MOYe MTPOU30LLIO Ha
72+3 %, pa3mepbl MeYeHH OKA3aJHCh HOPMaJbHbI-
MH y 95 % mauueHToB, (GOPCHPOBAHHAS JKH3HEH-
Hasl eMKOCTb JIETKUX YJYUIINJIaCh UKW OCTaBajlach
CTaOMJIBHOH B TeUeHHe BCEro Neprofia HabJoeHns
y 73 % mauy@eHToB, PaCCTOSHHE 6-MHHYTHOH XO[Ib-

661 Bo3pocyo Ha 31,7+10,2 M B mepBble ABa roja
JIEUeHHUSI C UTOTOBBIM yBeJudyeHueM Ha 17,1+16,8
M, UHJIEKC alTHO3—THIIONHO3 BO3POC UJIM HOpMaJH-
soBajcd y 94 % maumentos. MHdysuu npemnapara
epeHOCHIUCh XOPOILIO, BMECTe C TeM, y 53 % ma-
[[MEHTOB OTMeYaJd yMepeHHBle, JIeTKO KymHpye-
MBle peaklMd, KOTOpble 3HAUUTEJbHO CHU3HJUCDH
yepe3 6 mMec JeyeHUs. AHTUTeNa K AJbaypasumy®
nosgBUIKCh ¥ 93 % mauumeHTos, ogHako 29 % 6ob-
HBIX, HA MOMEHT IOCJeJHeld OLeHKH, OKa3aJHhCh
cepoHeraTHBHBIMU. Takum oOpa3om, Oblia JOKa3a-
Ha KJuHUYecKas 3(h(eKTHBHOCTb U 0e30MacHOCTb
npenapata «Anpaypasum®s y nauueHToB ¢ MIIC I,
NpUYeM paHHee JiedyeHHe CIIOCOOCTBYET MaKCH-
MaJIbHBIM TIO3UTHBHBIM pe3ynbTatam [17].

YeTblpexJeTHee JieueHWe MpernapaToM «AJbay-
pasum®» B ¢ase 3 pacIIMPEeHHOTO UCCJIeIOBAHUS
MOKa3aJjo, 4To y 5 TMalueHTOB U3 8 CTabUIU3UpPO-
BaJUCh M3MEHEHWS CO CTOPOHBl OPTaHOB 3PeHHUS
(B TOM 4MCJIe TIOBBICUJIACH OCTpOTa 3penHus) [18].

[IlectunetHee HabmromeHue 5 U3 10 maueHTOB
B (hasax 1/2 wuccieoBaHus, KOTOpblE JIEYUTHCH
npernapaTom «AJbIypasuM®s, CBHIETENbCTBOBAJIO
O TOM, YTO OHW HUMeJH KJIWHUYECKOe YJydlleHHe
UM CTAaOUJIN3aLHMI0 COCTOSHUS, B OTJIIMUHE OT ecTe-
CTBEHHOTO Te4YeHHs 3a00JIeBaHHUS, CHUXKEHHE KC-
KpeLuH TJMKO3aMUHOTJINKAaHOB C MOYOH M yMEHb-
[IeHWe pa3MepoB Te4YeHH. ¥ ob6caeqyeMBIX AeTed
TaKXKe VJIYYILIUICS WJIH CTaOMJIHU3UPOBAJCS JHa-
Ma30H JBWXKEHUH B IJIeYeBBIX CycTaBax. Te mauu-
eHTbl, KOTOpble TIOJNy4aJHu JieueHWe /0 MOJIOBOTO
CO3peBaHUs, CYIIECTBEHHO BhIpocaH [19].

[Ipy cemuneTHeM WCMOJNB30BaHUM IIpenapara
«AJbypa3um® 3aperncTpUpOBaHO yMeHbIIEHHE
TUTIePTPO(HUHN JIEBOTO KeJNyAodKa Y O TMalueHTOB
u3 10, BMecTe C TeM, y OOHOrO MalUeHTa MH-
TPaJbHBIA W aOPTaJbHBIA KJalaHbl OCTaBaJHUCh
YTOJIILIEHHBIMH, B HEKOTOPBIX CJIy4asxX HabJofamun
MIPOTpecCUpOBaHUe TPOLIECCca, OTMEeYasd TIOosBJe-
Hue peryprurauuu [20].

Crnenyer MOA4YepKHYTh, 4TO AJbaypasum® He
MIPOHUKAET yepe3 reMaTodHIedatudecKuil 6apbep,
CJIe0BaTeJIbHO, He yJy4lllaeT KOTHUTHBHbBIE (DyHK-
MM WJIW [edTeNbHOCTh LeHTPaJbHOH HEePBHOH CH-
crembl y naruentoB ¢ MIIC I. Kak TI'CK, Tak u
Tepanusg AJbAypasuMoM® He MOTYT CKOPPeKTHpPO-
BaTh IOPa)KeHHS KJAMaHOB CepAlla WU CKeJerT-
Hble aHOMaJIuH, XOTS YJYYLIaloT WU COXPAHSIOT
MOJIBUKHOCTb CYCTaBOB. PaHHAA Tepamus, Haya-
Tasg 10 (POPMHUPOBAHUS HEOOPATHMBIX IIPOLIECCOB,
6osee acheKkTUBHA, 0COOEHHO TIPU OCJabJEHHBIX
topmax MIIC L

Depmenmozamecmumenonas mepanus U
mpancnaaumayusl Kocmuozo mosea. Kparko-
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CpOYHOe TIpUMeHeHHWe Tpenapara «AJbaypasum®s
(B TeueHue 12 Hen 10 ¥ 8 Heq MOCJe TPAHCILIaHTa-
uun) B coyetaHuu ¢ TTCK y GOJBHBIX C TSKeJOH
opmoit MIIC I moxasajo, 4TO OHO MaTOreHeTHYe-
CKM 0O60CHOBAaHO W 0e30TacHO, YMEHbIIaeT CMepT-
HOCTb, YJIYYIIaeT MPHKUBJIEHWE TPAHCIJIAHTAHTA,
0Co0eHHO [ TAIMEHTOB C He3HAUUTEJNbHBIMU
KJIMHUYECKUMH  TIPOSIBJIEHUSIMH.  AsbIypasum®
MOYKHO HCIIOJIb30BATh Y TALMEHTOB C YACTHUHBIM
MIPYDKMABJIEHUEM TPAHCIJIAHTATa, OMHAKO OMBIT B
3TOH rpyIme orpaHuyed [21, 22].

AATOPUTM Aeuvenus [23]

CoorHomrerne puck/monb3a mas TTCK mpo-
TUB (PepMEHTO3aMECTUTEIBHON Tepamuu AOJKHO
OTIpEe/IeNITEC MHAUBUAYAJIBHO [JIST KaXKIOro Ma-
uueHta ¢ MIIC I. BaxHbIM sBJsieTCS BO3pacT Ta-
[IMeHTa, (PeHOTHIT 3a60eBaAHUS, TSKECTb KIUHUYE-
CKOM KapTHHBI 00JIe3HH M TOTeHIMaa pocra. Ecim
YXyIIIeHUe COCTOSTHUS pebeHKa OXKHAaeMo — Ha
OCHOBaHUM KJMHWYECKUX [AHHBIX, Pe3yJbTaToOB
TECTUPOBAHUS HEPBHO-TICUXUYECKOTO  Pa3BUTHS,
HHGMOPMAIMK TeHOTHINa (HAmpuMep, WAeHTH(hHKA-
U 2 HOHCEHC-MYTalUW), TO TIPU CTAOMIH3ALUN
HetipokoruuTuBHOH PyHKuuM TICK nmeer 6osee
6JIaTONPUSITHOE W JOJTOCPOUHOE KIWHHUYECKOe BO3-
necTBYe, yeM (hepMeHTO3aMeCTUTebHAS Teparusl.
HasHayenne mnpenapara «Aubpaypasum®s Iepen
TTCK Takke yaydliaeT COCTOSIHHE 3[40pOBbs Ma-
[IMEHTOB U yYBEJUUYUBAET UX IIAHCHI HAa YCIEUIHbIH
UCXOJl TpaHCIIaHTaluu. [leTH C ocaabieHHBIMU
(beHOTUIIAMU [OJKHBl TOJNy4aTh (pepMeHTO3aMe-
CTUTEJIBHYIO TeparHuio.

[ meTedt miafiie IBYX JieT ¢ KOTHUTUBHBIMH
HapyleHUsIMH (hepMeHTO3aMeCTUTeIbHAS Tepanus
HMeeT Ooslee HU3KUH PHUCK Pa3BUTHS OCJIOKHEHHH,

yem TI'CK, MoXeT yMeHbIIUTb (DU3UUECKHE TIPO-
ABJIeHUS OOJIE3HH W YJIYYIIUTb Ka4yecTBO >KU3HU
naiuenToB. [y 60NbHBIX JeTed cTapiie 2,5 JeT,
Y KOTOPBIX TICHXHYECKOe Pa3BUTHE yKe HapyIIeHO,
Anbnypasum® sBJseTcsd HeOOXOIUMBIM BapHaHTOM
MaTOTeHeTHYeCcKoN Tepamuu. [ng feTedl crapiue
2,5 J1eT, KOTopble He UMEIOT HEBPOJOTHUECKUX WU
KOTHUTHBHBIX TTOBpEXIEHNH, TaKkKe peKOMeHIyeT-
cst Anpnypasum®. B atom ciaydae TITCK He umeer
TepaneBTUUECKUX [IPeUMYIIeCTB Mepen QepmeH-
TO3aMeCTUTEJbHON Tepanuel W He TOKasaHa AJis
TaKUX JieTell KakK TMpoLeAypa, OTJIHYAIOLIasics Bbl-
COKHM DHCKOM OCJIOXKHEHHH.

3akAoUeHne

TpaHcmIaHTalUKsT TEMOMOSTUYECKHX CTBOJIOBBIX
KIeTOK ¥ (DepMeHTO3aMeCTUTeNbHas Tepamus —
ateKTUBHBIE METOAbl JIeYeHHUs TallieHTOB C MY-
Korosnncaxapumosom I Ttuma. OHM Haubosee T0-
Kas3aHbl B paHHeH cTaguu 3a0ojeBaHUS 1O Ha-
CTYIJIEHUS HeoOpaTUMbIX HU3MeHeHHH. Kpaiine
Ba)KHBIM SIBJISETCS CBOEBDEMEHHOe pacIio3HaBa-
HHe psfia KIMHUYeCKMX CHMIITOMOB 3a00JeBaHH,
HampaBjeHre OOJBHBIX JeTed K CIelraJncTam
MEXIUCLUIIIMHAPHOTO LIEHTPA, HMEIOIIUX OIIbIT
B OKa3aHHH IIOMOILY IALMEeHTaM C JIM30COMHBIMH
00JIe3HSIMH HAKOIIJIEHHS.

Kaxnplii pebeHOK C MYKOMOJHCAaXapUm030M
I TMna MOXeT UMeTh Pa3Hy10 KIWHUYECKYIO KapTH-
Hy 3a00JieBaHuUs, TOSTOMY HE CYIIECTBYeT eMHON
CTpaTerdy OKa3aHHs MTOMOLIM. BapuaHTHl JeyeHUs
60J1e3HHN TOJIKHBI pa3pabaTblBaTbCsl B KaXKIOM OT-
JIeNbHOM CJTy4ae WHIUBUAYAJIbHO, B TOM UYHUCJE B
3aBHUCHMOCTH OT Bo3pacTa pebeHKa, TSKECTH 3a-
60JIeBaHHsI, CTeIleHW M THIIa KJMHHYECKOHW BOBJIE-
YEeHHOCTH.
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Features of treatment of children with mucopolysaccharidosis type I: review of literature

Mucopolysaccharidosis type I (MPS 1) relates to the lysosomal storage disease. Currently, there are specific therapy MPS I. He-
matopoietic Stem Cell Transplantation and conducting enzyme replacement therapy with preparation Aldurazyme®. The algorithm
of treating patients according to age and disease severity is developed.

Key words: children, mucopolysaccharidosis type I, transplantation of hematopoietic stem cells, enzyme replacement

therapy, Aldurazyme®
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