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CraTbs nocBslyeHa 04HOM U3 opdaHHbIX 60ae3HeN — MyKornoamcaxapuaosy (MIIC), KoTopbin pa3BuBaeTcs B pesysbtate geou-
uuTa Toro UaM MHOro JIM30CoMasbHOro pepmeHTa (4To onpeaenser Tmn 6one3Hu). Hanbonee 4acto Betpedaetcs MIIC Il tuna
(cnHApom XaHTepa), pa3BMBatoLMICS B pe3y/ibTaTe HEAOCTaTOYHOCTH pepMeHTa asbda-L-naypoHocynbpatcyibdaTtadbl. ABTOPbI
HabsgalT Hambosee MHOMOYMUCIEHHYIO rpynmy AeTew ¢ JaHHOM naToaornen B poccuickon nonynsuymm — 40 YenoBek. Ha npu-
Mepe CO6CTBEHHOO KIIMHUYECKOro Hab 1€ HUS NMPeACTaBAEHO EAMHCTBEHHO CYLLECTBYIOLLEE Ha CErOAHSLLIHWUI J€Hb MAaTOreHeTH-
YECKME NleyeHne — 3aMeCTUTE IbHas Tepanus npenapaTom uaypcynbdasbl, YT0 3HaYUMO yyHIIaeT nPorHo3 60/1e3HM.

Knr4yeBble cnoBa: MyKornosancaxapmaos, TUrbl, CUHAPOM XaHTepa, KIMHUYECKOe TeYeHUe, AMarHoCTUKa, J1Ie4eHmne, npor-
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Mykononucaxapugos (MIC) — 6one3Hb HakonneHus,
B OCHOBE KOTOPOW NEXMWT BPOXKAEHHas HeLOCTaTO4HOCTb
IM30COMasbHbIX GEPMEHTOB, NPUBOASALLAA K HapyWeHUIo
KaTa6o/M3Ma [MMKO3aMUHOMIMKAHOB; XapaKTepuayeTcs
NPOrpeccupyowmnM Te4eHnem, NPUBOANT K pPaHHEW MHBa-
nMamMsaumm 1M cMepTu nauueHTta. MIameHeHus BO3HWKa-
0T BCNEACTBME TEHEeTUYECKM O0OBYCNOBEHHbIX AedeKToB
GepMeHTHOro pacLuenieHuns yrneBoAHOM YacTn MOSEKyNbl
MyKOnonmMcaxapuaoB (FMUMKO3aMUHOMIMKAHOB), MPU 3TOM
B TKaHsaX (NpenmylecTBeHHO B dmnbpobractax U ME3eHXHU-
MasbHbIX KETKaX) HaKanauBaloTCa XOHAPOUTUHCYAbdaT B
W/WNn renapaHMoOHOCY/bgat, 4TO BeAeT K HEeMNOJIHOLEH-
HOMY CTPOEHMUIO COEAUHUTENbHOM TKaHW. HaKonneHHble
B IN30COMaXx MMUKO3aMUHOIMMKaHbl B M30bITKE BbIAENSAOT-
cs ¢ moyowm [1, 2].

MyKononucaxapuao3sbl 6bi1n Bnepsble onucarbl C. Hunter
B 1917 r. ABTop Habniogan AByx 6paTbeB B BO3pacTte
81 10 net ¢ HapyweHUSIMU ONOPHO-ABUIraTelbHOMo annapa-
Ta, renarto-, Cr/jeHo- U KapanoMeranuen, a Takke Hebob-
UMM CHUXXEHWEM YPOBHS MHTennekTa. B 1919 r. G. Gurler
onucana WAEHTUYHYIO, HO Gonee TAXKENyl, KIMHUYECKYIO
KapTuHY 3a60/1eBaHNsa Y ABYX MallbYMKOB, HE COCTOSIBLUMX
B KPOBHOM poacTtse [1, 3].

B 1952 r. G. Brante Bbligenun 13 nevyeHun 60bHbIX paK-
LMIO, COAEP)KaBLYK FEKCO3aMWUH WM YPOHOBYIO KWUCOTY.
B panbHenwem 6bi10 YCTAHOBAEHO, 4YTO 3TM BelecTBa
ABNSANIUCH MIMKO3aMUHOIMMKaHamu. MNocneayowmin aHanmsa
NO3BOANI MAEHTUDULMPOBATL UX KOJIMYECTBEHHbIN U dpaK-
LIMOHHbIN COCTaB M OnpeaennTb NoKa3aTean NoYevyHom aKe-
Kpeuun [2-4].

M3BECTHO HECKONbKO TUMOB MyKOMoAMcaxapuaosa,
M KaXKAOMYy M3 HWX COOTBETCTBYIOT HapylleHWs onpepge-
JIEHHOro depMeHTa. B 3aBUCMMOCTN OT GEePMEHTATUBHbIX
nedDEKTOB M TAKECTU KIMHWYECKOM CUMMTOMAaTUKKM pas-
nn4yaloT 14 TMnoB MyKononucaxapuhosos [2]. Bce tunbl
6one3Hn (3a uckodeHnem Il — cuHapoma XaHTepa,
CaMoro pacnpocTpaHEeHHOro Ha Tepputopun PD) Hacne-
AyloTCA ayTOCOMHO-peLieccuBHO. HacnegoBaHue CUHAPO-
Ma XaHTepa (MIC Il) — peueccuBHOE, CUEMNEHHOE C
X-xpomocomon [1, 3, 4]. Bce tTvnbl MINC oTHOCATCS K rpyn-
ne opdaHHbIX 60NE3HEN; OHUM UMEIOT HACTONIbKO HU3KYIO
BCTPEYaeMOoCTb, YTO A0 CUX NOP HE HAKOMAEHO JOCTaTou-
HOroO OMblTa B NI€4YEHUU U MOBLIWEHUN KayecTBa MKW3HU
Takux OO0JIbHbIX, @ TaKXe ANsa npenoTBpalleHus 3abone-
BAeMOCTM M pPaHHEW CMEepPTHOCTU. YacToTa BbISIBEHUS
BapbUpyeT No AaHHbIM pa3Hbix aBTopos: MIC | (cnHapom
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Mucopolysaccharidosis type Il

Article is devoted to one of the orphan diseases — mucopolysaccharidosis (MPS), which is the result of any lysosomal enzyme deficiency
(which determines the type of illness). The most common is the MPS type Il (Hunter syndrome), developing as a result of deficiency
of the enzyme alpha-L-iduronosulphatsulphataze. The authors are observing the largest group of children with this pathology in the
Russian population — 40 patients. On the example of their own clinical cases the only existing on the date the pathogenetic treatment is
provided — replacement therapy with idursulphase that significantly improves the disease prognosis.
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lypnepa-LUene) ot 1:84 000 go 1:70000, MTIC Il (cuHapom
XaHTepa) — o1 1:149000 go 1:92000, MMC VI (cuHapom
MapoTo—Jlamun) — o1 1:235000 po 1:666 000 [4-6].
Mykononucaxapvgos Il TMna (cuHapom XaHTepa) cBsi3aH
c pedununtom depmeHTa anbda-L-ugypoHocynbdarcynb-
dartasbl, B peadynbraTte Yero B COeUHUTENIbHON TKaHW HaKa-
nJnBaeTca MMUKO3aMUHOIMKaH aepmaTaHcynbdaT 1 rena-
paHcynbdaT. Kak yKaszaHO Bbllle, CUHAPOM Obln onucaH
B 1917 r. G. Hunter [7].

M3BecTHbl 2 KNMHWYeckne GopMbl 3aboneBaHus: Taxenas
(Typnep-nogo6Has), ¢ Havyanom 3aboneBaHUsa B paHHEM BO3-
pacTe, v nerkas ¢opma, Kotopas maHudecTMpyeT B Bo3pac-
Te 3-8 neT, nHoraa nosxe [1, 5, 6].

Kak u gpyrne mykononucaxapuao3dbl, MMNC Il — KnnHU4YeCKH
reTeporeHHoe 3aboneBaHue. NepBble NPU3HaKKM NOSBASAIOT-
csl, KaKk npaBuno, B 2—4 roga: Makpouedanus, orpyéneHune
YepT Mua (LUMpoKasa nepeHocuLa, Makporioccus, yTonweH-
Hble HO34pKU U Tybbl, KOPOTKas LWes), YBEIMYEHUE XKUBOTa
M3-3a renaTtocrnjeHomMeranuu, nporpeccupyowas Tyronos-
BM)HOCTb B CyCcTaBax, 4acTble pecnupartopHble 3abone-
BaHWUA, XpoHU4ecKkasa puHopes [1, 7—-9]. Tunu4yHbl WymMHOEe
AblXxaHWe BcCeacTBUE OOCTPYKUMU BEPXHUX AblXaTeNbHbIX
nyTen, naxoBble W MNyMOYHble TPbiXKK. [103Ke NoABNAOT-
Csl y3noBartble, «llarpeHeBble» NMopPaXeHUs KOXWU Ha CrnunHe
W pyKax, TMpCyTu3M, 3afeprKa pocTa, aHoOManuu 3y60B,
CHWXXeHMe cnyxa, Nporpeccupytowas ckenetHasa gucniasus,
KOHTPAaKTYpbl, MHOXECTBEHHbIV ANM30CTO3. BONbHbIE K IOHO-
LIeCKOMY BO3pacTy CTaHOBSATCA 6€CMOMOLLHbIMU, MPUKOBAH-
HbiMMK K nocTenu [1, 3, 4, 10].

HaKkonneHue rmnKo3amMUHOIIMKAHOB B POTOITIOTKE U Ha BCEM
NPOTAXEHUN AbIXaTeNbHbIX NyTEW, COYETaAACb C TUMUYHBIMU
aHaTOMUYEeCKMMU HapylweHusaMu (B TOM 4Yucie runonnasu-
el niMua 1 nartonorven 3y60B) 0OYC/IOBAMBAET pas3BuUTUE
NepPCUCTUPYIOWEr0 PUHWUTA, YBEIMYEHUE MWHAANMH U afe-
HOWAOB, CY)XKEHUWe Tpaxen 1 6POHXOB, YTONLLEHWE HaaAropTaH-
HMUKa W rofIoCOBbIX CBA3OK, YBe/MYeHne A3blKka. Hebonbluas
W XKeCTKas rpyaHas KneTka B co4eTaHUn ¢ KWGO30M, CKONTMO-
30M, NMOSICHUYHbIM IOPAO30M SBASIOTCSH OCHOBHbIMU aKTO-
pamMu PeCTPUKTUBHbIX 3aboneBaHni nerkux [2, 3, 11].
CuHApom XaHTepa, Kak 1 60/1bLUMHCTBO MyKOMoncaxapuao-
30B, 4acTO COMPOBOXAAETCHA rpyobiMU GYHKLMOHANbHbIMU
HapylWeHUsIMN HEPBHOW CUCTEMDI, NMPUBOAAWLUMU K TAXKENO-
My cnaboymunio — gemMeHuuu. [na tpex dopm MIMC — cuH-
apomoB [lypnepa, XaHtepa u CaHOMAMNNO — yMCTBEHHas
OTCTaNoCTb ABNAETCA NOCTOSAHHBIM CUMITOMOM.

MNoparkeHne cepaua HabnogaeTcs y 60blWNHCTBA 6OSbHbIX.
MoryT BO3HWKaTb MOpPa)KeHWe KnanaHoB 3HAOMWOKapAa,
KOpOHapHbIX apTepuin. Halle oTMevaeTcs naTonorua MuTpanb-
HOro KfianaHa, npuv 3Tom HabN4aloTCH KaK HeA0CTaTO4YHOCTb,
TaK M CTEHO3 JIeBOr0 aTPUOBEHTPUKYISPHOrO OTBEPCTUS.
OpHaKo KMHMYecKas NpeacTaBAeHHOCTb KianaHHOro nopa-
EHWA 3HaYMTeNIbHO MEHee BblpaXkeHa y AeTen M NoApPOCTKOB
W, KaK NpaBunio, MaHUGeCcTUpyeT y B3pocCsbix 60/bHbIX [11].
JTabopatopHas AgnarHoCTUKa BKJIKOYaeT aHaninu3 MOYU Ha Mn-
Ko3amMuHornunKkaHbl (FAl). Mpu 3ToM BbISBASETCS NOBbILIEHWE
3KCKpeLunn renapaHcynbdarta u gepmataHcyibdata. Ho npu
nerkmx dopmax 6one3Hun tect Ha Al MOXKeT 6biTb JIOXKHO-
oTpuuaTenbHbIM, NO3TOMY 60nee cneynduyHbIM CYUTaETCS
onpeaeneHne akKTMBHOCTU JIM30COMHOW MAypoHaTcynbda-
Tasbl B lelKoUMTax unu Kynbtype ¢pubpobnactos. Mpu AHK
AMarHoCcTMKe NpoBOAWUTCA OrnpeaeNieHMe MyTauun B reHe
naypoHatcynbdatasbl. Cnefgyet oTMETUTb, YTO B HacTosilee
BpeMs onucaHo 6onee 300 reHHbIx MyTauun [1, 6, 9, 10].
EOMHCTBEHHbBIM cneynudnyecKknm MeTo4oM neveHunst 601e3Hm
XaHTepa Ha CerofHsAWHUN aeHb gBnsieTca pepMeHTo3aMec-
TUTEeNbHaa Tepanus npenapaToM naypcynbdasbl (Ananpasa,
Shire Human Genetic Therapies Inc. [CLLUA] / Baxter Pharma-
ceuticals Solutions LLC [CLUA], Chesapeake Biological

Laboratories Inc. [CLLIA]). 3T0 cTano BO3MOXHbIM NOYTU Yepes
90 neT ¢ MOMEHTa ONUCcaHUs NepBOoro ciayyas 601e3HMU.

20 ntoHa 2005 r. komnanua Transkaryotic Therapies (B HacTo-
AWUK MOMEHT NpuobpeTeHa KomnaHuen Shire) o6basuna
0 NocneaHuX NONOXKUTENbHbBIX pe3ynbTaTax BaxKHenwen 3-in
dasbl KIIMHUYECKUX UCCNefoBaHWM, OLEHUBAIOLLUX SKCMEPU-
MEHTaJIbHYI0 3aMeCTUTENIbHYIO 3H3UMOTEPanuio YesloBeKa,
C MCMoNb30BaHMeM npenaparta naypcynbdasbl 419 neveHus
nauMeHTOB C CMHAPOMOM XaHTepa. [1o pe3ynbratam ucchne-
[I0BaHWA, NauneHTbl, KoTopble nonydann 0,5 mr/Kr npena-
paTa exeHenenbHo, MPOAEMOHCTPUMPOBANIN CTAaTUCTUHECKM
CYLLECTBEHHOE yny4LlleHne nopora nepBuyHon apodeKTMBHO-
CTU MO CPaBHEHMIO C MaLMeHTamMu, nosyvyaslwMMK niaueoo.
Ha ocHOBaHMK MonyyYeHHbIX AaHHbIX, 24 uiong 2006 r. FDA
CLUA oduumanbHO ogobpuna npon3BOACTBO M pacrnpocTpa-
HEeHWe npenaparta 3aMecTUTeNbHOW Tepanun Ananpasa ans
nevyeHns myKononucaxapugo3sa Il Tuna, a 4yepes 2 roga oH
6bln 3apernctposaH B Poccuu.

370 oumLlEeHHas, peKoMbuHaHTHas dopMa pepmeHTa naypo-
HaT-2-cynbdartasbl, NMPOM3BOAMMAs Ha KIETOYHOMW JIMHWUK
yeNioBeKa, cnocobHass obecneynTb Npoduab MUKOIWUIU-
pOBaHUSA, aHanoruyHblM nNpupogHoMy depmeHTy. Mpu yao-
B/IETBOPUTENLHOM MEPEHOCUMMOCTM Npenapata GepmMeHTo-
3amMecTuTesibHasa Tepanusa NpoBOANUTCA MOXU3HEHHO, B J03€
0,5 mr/Kr 1 pa3s B Hea B BMAE BHYTPUMBEHHOW WHODY3UK
Ha NPOTAXEHUM 3 4 C MaKCMMaslbHOW CKOPOCTbIO BBEAEHUS
10 40 Mn/4 B yCNOBUSIX CTalMoHapa.

KnuHnyeckne nccnenoBaHns NpoaeMOHCTPUPOBAAN 3HAYK-
TeNbHOE yny4ylweHue nokasartenen GbU3n4ecKoro COCTOAHUSA
NnauMeHTOB, YMEHbLUEHWE pPa3MepOB CeNIE3EHKU U MNeYeHH,
ynyyleHue TecToB No GU3nyYecKom BbIHOCIIMBOCTH, YBeNnye-
HMe abCoOTHOrO NoKasartens GopcMpoBaHHOM KU3HEHHON
eMKocTu nerkux (PXKEJ), a TakKe CHUKeHWe ypoBHen Al
B Moue [6, 11].

B HU3/ PAMH Habniopatotcst 40 aeten ¢ pa3nnyHbiMuK TUNa-
MU MyKomonucaxapugosa, U3 Hux 13 — npoxoasaT o6cne-
[oBaHue n Kypc peabunutaunm B HUU npodunakrmyeckom
neavaTpun U BOCCTaAHOBUTENbHOIO eveHuns LeHTpa.

Camyto 60/1bLUYytO FPynny COCTaBMAN AETK C MyKOMOSIMCaxapu-
fosoM Tuna Il (cuHapoMoMm XaHTtepa). CnefyeT 3amMeTuTb, YTO
TONbKO ABOE M3 9 AeTen NOCTYNWAM B CTaLMOHap A0 TpexneT-
Hero Bo3pacTa, YTO CBUAETENbCTBYET O MNO34HEN AUarHOCTH-
Ke AaHHoW naTtonoruu B Poccuu.

MpeactaBngemM KIMHUYECKUIA NpUMeED.

MaumeHT A., B TedyeHne 1 roga nony4yaetr GpepmMeHTo3aMeCcTu-
TenbHylo Tepanuio npenapaTtomMm uaypcynbdasbl B co4eTaHum
C peabunuTaLMOHHBIM KYPCOM (Maccaxk, neyebHasi ruMHa-
CTUKa, dGuanonpoLeaypbl, 3aHATUA ¢ AedEKTON0roMm, Jiorone-
[I0M, CEMENHbIM NCUXOJSIOrOM).

AHaMHEe3 *XN3HW: pebeHOK OT 2-i 6epeMeHHOoCTH (1-9 3aBep-
lwmnacb MeauuMHCKMM abopTom), NMpoTeKkaBlien Ha (OHe
CYOK/IMHMYECKOr0 MMNOTMPEeOn3a, /IErkoro TOKCMKOo3a B 1-M
nosoBMHe, recto3a (C oTekamMu W npoTtenHypuen), OPU
Ha 5 n 18-1 Hepn, Konbnuta. Poabl nepBble, Ha 40-i Hepa,
onepaTtuBHble (M3-3a cnabocTM poAOBOM AeATeNbHO-
ctn). OueHka no wkane Anrap — 5/6/7 6annos. Bec —
3452 1, poct — 50 cm. B cBAABK C TAKECTbIO COCTOSAHMSA
ManbyuMK U3 poaunbHOro goma Gbin nepesBefeH B OTaene-
HWE NaTo/IorMU HOBOPOMAEHHbIX Ha 2-W 3Tan fieyeHus,
rae npoBoAuNiocb ob6cnefoBaHWe U JiedeHue B TedvyeHue
2 Hep (c gnarHo3om «[lepuHaTanbHoe nopaxkeHue LIHC
TMNOKCUYECKU-TPaBMaTMYECKOro reHesa, paHHWWA BOCCTa-
HOBWTENbHbIN NepUoa; LepebpanbHasg UWeMns 2-i CTENEHMH;
NOCTIMNOKCMYECKasa KapanmonaTus»).

Ha 1-m rogy »M3HW Habntogancs y Hesposora no nosogy
nocneacTBMi nepuHaTanbHoro noparkexHmsa LLHC.

O6palwaer BHMMaHWe HacCNeACTBEHHbIM aHamHe3: y Asau
pebeHKa No MaTepPUHCKOM nuHum B 1995 r. anarHocTMpoBaH
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MyKononucaxapuaos 2-ro tuna; ymep B 32 roga. babyuwkKa
M MaMa pebeHKa — HocuTenbHuLbl MyTauun R233G.
Mp1BMBKK: NO KaneHgapto.

MepeHeceHHble 60ne3Hu: OPU, yacTble oCTpble cpefHue OTUTDI.
YynuTbiBasi OTArOWEHHbIN CEMEWHbIM aHamHes, B 2008 T.
B Bo3pacTte 2 net 10 mec Manb4yunK obcnengoBaH B nabopa-
TOPWUKU HacneacCTBEHHbIX 6one3Hen obmMeHa Belwects MIHLL
PAMH ans noatBepKAeHWsa/UCKII0YEeHUA AnarHo3a Hacnea-
CTBEHHOIro MyKonosnucaxapuao3a. B pesynbrate anexkTpo-
dpopesa MUKO3aMUHOIIMKAHOB MOYM BbISIBEHA TMMNEPaK-
CKpeuus aepmaTaHcynbdaTa u renapaHcynbdara, a B xoae
nocneaywouen 6MOXMMUYECKON AMArHOCTUKU (M3MepeHune
AKTUBHOCTW JIM30COMHbIX GEPMEHTOB B NIEMKOLMTaX KPOBMK)
noaTBEePXAEH ANArHo3 HacleACTBEHHOO MyKOMOaMcaxapu-
no3za, tin .

AKTUBHOCTb TIM30COMasbHOM MaypoHaTCcynbdatasdbl COCTaBu-
na 1,01 HMwmr 6enka/4 (Hopma — 10-40 HMmMr 6enka/u).
Bbin npoBeaeH pononHutenbHbin AHK-aHann3 ak3oHoOB 1,
5, 6 reHa IDS. B aKk30He 5-ro reHa 6bi1a 06HapyXeHa MmyTa-
umna R233G.

B HU3/J PAMH Ha6bntogaetcsa ¢ anpens 2009 r. Mpu nep-
BMYHOM [MOCTYMIEHUM COCTOSIHUE MalibYMKa pacLeHEHO
Kak cpeaHen TaxecTtu. OTMevyanucb MOTOPHas HENOBKOCTb,
pPacTOPMOXKEHHOCTb, AN3apTPUSA; USMEHEHUs nua no Tuny
raprominamMa, Makpo-, ckadpouedanus, WMPOKasa 3anas-
Wwas nepeHocuua, nyxiable rybbl, KOPOTKUE TONCTble Nasb-
ubl. KOHTpaKTypbl B KOHLEBbIX (anaHrax Kuctew, 6onee
BblpaXX€HHble B JIOKTEBbIX, KOJMIEHHbIX, TOJIEHOCTOMHbIX,
Nly4ye3ansicTHbIX cycTaBax. OrpaHM4yeHo pa3BeaeHue B Ta3o-
O6efpeHHbIX cycTaBax. [lepuoanyeckn XOo4MT Ha HOCOYKaXx.
KoxXHble MOKPOBblI 4YWUCTble. YMEPEHHO 3aTPyAHEHO HOCO-
BO€ AblxaHue. B nerknx — fApixaHue KecTKoe, XPUMNoB HET.
Y — 24 B MuWH. TOHbl cepAua HEMHOro MPUMyLIEHbI,
PUTMUYHbIE, CUCTONIMYECKMI LWYM BAOSIb IEBOrO Kpas rpy-
auHbl. AL — 95/60 mm pT. cT. HCC — 94 B MUH. KunBOT
MSITKUIM, OOCTYyMNeH rnyboKon nanbnauuu, 6e360/1e3HEHHbIN.
MNeyeHb — +1,5 cm OT Kpas pebepHon ayru. CeneseHka —
+0,5 cM. Ddusnonornyeckue oTnpaBaeHUss B HOpMe.
Manb4mMKy NpoBEeAEHO MNOSHOE KIAMHWKO-nabopaTopHoe,
WMHCTPYMeHTanbHoe o6cnefoBaHme.

OunarHo3: Mykononucaxapuao3s Il Tuna (6one3Hb XaHTepa).
3ajeprKka ncuxopeyeBoro pasButusa. Kapaumomuonatus
BTOpMYHasa. Hefoctato4HOCTb MUTPasbHOro, TPUKyCnuaab-
HOro KaanaHoOB WM KianaHa neroyHow aptepun. HK 1 cT
AucnnacTMyecknin NpaBOCTOPOHHUI TPYAOMNOACHUYHbIVA CKO-
o3 1-1 cteneHn. KOHTpaKTypbl KPYMHbIX U MENIKUX CYyCTaBOB
KOHeYHoCTel 2-1 cTeneHn. BanbrycHaa aedopmaLiva HUKHUX
KOHeYyHocTen. AUCOHYHKLUMSA KeN4YHOoro ny3bips. PeakTMBHas
naHKkpeatonatus. lenatocnjieHomeranuns.
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C 9 wmapta 2010 r. HavyaTa depmMeHTo3aMecTUTENbHas
Tepanus npenapatom dnanpasa B go3e 0,5 Mr/Kr exe-
HedenbHo. o HacTtosiwee Bpemsa nonyymn 60 uHOy3un
(Bcero 120 d¢dnakoHoB). lpenepat Manb4yuK MNepPeHOCUT
xopowo. B TeyeHune roga npoBefeHbl 3 Kypca Maccaxa
CMWHbI, KOHeYHoCTen. NS ynyyleHUs COCTOSHWUA MO3BO-
HOYHWKa, BK/IOYasd NJIe4eBOn M Tal30BblM MOAC, a TaKkKe
YKPEnAeHns MbIlL, CAMHbI NPOBOAMIACH KMHE3UTepanus.
Y nauueHtoB ¢ MIC Il CyXOXWUIUA U CBA3KU YKOPOYEHbI
W YNAOTHEHbI, TO3TOMY NaNblibl COrHYTbI, OTMEYaeTCs pUrna-
HOCTb ABWMEHWIN B NJieYeBbIX, Ta306€eAPEHHbIX, KONEHHbIX,
a TaKXXe MEeNKMX cycTaBax KUCTEeM pyK, cTtomn. Ytobbl npe-
NATCTBOBATb OKOCTEHEHMIO NanbLEB, TPEBYOTCA exelHEeB-
Haf rMMHacTWKa, dmanonpoueaypbl. Nepes rMMHaACTUKOM
B KayecTBe pa3orpeBa B Ne4eOGHOM Yy4peXAeHWW UCMNoSb-
30BanM napaduH, O30KEPUT; B [AOMALIHUX YCNOBUAX —
Tenble BaHHbI, rpsa3eBble Noaywku. Kypc neyeHuns coctosn
06bI4HO 13 10 npoueayp, KOTopble NPOBOANN YEPES AEHb.
Manb4mK ¢ MHCTPYKTOPOM BbIMOSIHAN PACTIXKK, UHANBUAY-
anbHO NoJO6PaHHYI0 le4yebHYI0 TMMHAcTUKY. CylleCTBEHHO
NoNoXMUTENbHbIN 3bPEKT OKasana 3KCTpakoprnopasbHas
yAapHO-BOSIHOBAsA Tepanus Ha 06/1acTb KOJIEHHbIX, J10K-
TeBbIX CycTaBOB. [M0BTOpHble Npoueaypbl BbIMOAHAINCH
C UHTepBanom 5-7 gHen. [Ina CHATUSA HanNpsXeHUs Co CTon
Manb4YMK HOCWUT MHAMBMAYaNbHO MOAOGPaHHY0 opToneau-
4yecKyto 06yBb.

YynTbiBas 4acTble pecnupatopHble 3abosieBaHusi, MPOBO-
aMnucb anexkTpodopes 3HAOaypasbHO C PacTBOPOM Kanug,
nasepotepanusa N2 10.

PerynapHo Habntogaetca y HeBponartofiora, Kapauosora,
oToNapuHronora, optonefa, Bpada nevyebHOM GUIKYIbTY-
pbl, dM3noTepanesTa. [ABaxabl B rogy NpoBOAMTCS NoOSHOE
nabopaTopHO-MHCTPYMeHTanbHoe obcnegoBanue. [pogon-
YaeTcsl BaKuuHauus. B TedyeHue roga coctosiHMe M camo-
YyBCTBME Masib4MKa 3HAYUTENbHO YNYHLWIKNAOCH, nocne 5—7-1
MHOY3MM pa3Mepbl MeYeHW U CeNe3eHKU YMEeHbLWAUCH,
yBennuuncs 0o6beM [ABWKEHMM B CycTaBax, 3HAYMTENbHO
CHM3uncsa yposeHb Al B Moye, pecnupatopHbiMu 3abosne-
BaHMAMM BONEET PEAKO U MEHEE TSXeNO.

Takum o06pa3oM, 4O HeJlaBHErO BPEMEHU fle4eHne CUHAPO-
Ma XaHTepa HOCW/IO ManfiMaTUBHbIM XapaKtep, u 3abone-
BaHWE HEW3MEHHO 3aKaH4MBanoCb rMBenblo MNauueHToB.
MosiBneHne naToreHeTMyeckon depmeHTo3amellatolwen
Tepanuu (PEKOMOUHAHTHOW 4enoBeYeCKOM WOypOHaTCySib-
daTa3on) gaet Hagexay Ha ynydleHrMe NporHo3a u Kayectsa
YW3HU NAaLMEHTOB C 3TUM 3aboneBaHMEM.

Ycnex neyeHus, MeAULMHCKON 1 coLnanbHOM peabunutauum
LeTen HanpsMylo 3aBWUCWUT OT CBOEBPEMEHHOrO yCTaHOBIe-
HWS AMarHosa.

characterize of a new, prevalent mutation that results in mild MCAD
deficiency // Am. J. Hum. Genet. — 2001; 68: 1408-1418.

6. Beck M. et al. Hunter Outcome Survey: A survey of patients
with mucopolysaccharidosis Il / Poster presented at 3rd World
Symposium of the Lysosomal Desease Netwotk, 2006.

7. Burton B.K. Inborn errors of metabolism in infancy: a guide to
diagnosis // Pediatrics. —1998; 102 (6): 269-277.

8. Scriver C.R., SlyW.S. The Metabolic and Molecular Basis of
Inherited Disease. — New York: McGraw-Hill. — 2001; 1-4: 6338.

9. Summar M. Current strategies for the management of neonatal
urea cycle disorders // J. Pediatrics. — 2001; 138 (1): 30-35.

10. Froissart K., Moreira da Silva I., Guffon N. et al. Enzyme
replacement therapy in mucopolysaccharidosis type 2 (Hunter
syndrome): a preliminary report // Acta Paediatr. — 2002; 91
(Suppl. 439): 82-87.

11. Zschocke J., Hoffmann G.F. Vademecum metabolicum. —
Stuttgart: Schatttauer, 1999. — 111 p.



