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W) Check for updates

Pe3sonouusa CoBeta aKcnepToB
Pe3yabTatbl MOHUTOPUHra nayueHToB ¢ MIC | Tuna.
Kputepuun Bo3oo6HoBneHua O3T
npu MINC | Tuna nocne TICK

18 mapta 2022 r. coctosisics COBET 3KCMNEPTOB, B X0A€ KOTOPOIro BEAYLIUE CrELNAaIUCTbI 06CyaAnIN
PS4 HEPELLUEHHbIX BOMNPOCOB Tepanuu MyKornoancaxapuaosa | tuna (MIIC 1) ¢ yenbto gaabHeENLEro

YAydLeHns pe3ybTaToB ero jedyeHus B Poccuu.

B coBellaHnn NpUHANM y4acTue Befyline cneuuanu-
cTbl depepanbHbiX ULeHTpoB: Kyue Ceprert MBaHoBMY,
3axapoBa EkaTtepuHa OpbeBHa, Bawakmaase Hato
Oxymb6epoBHa, Mwuxannosa CBeTnaHa BwuTanbeBHa,
KyseHkoBa Jlioamuna MwuxannoBHa, bbikoBa TaTtbsiHa
AneKkcaHapoBHa, BacuyknHa EneHa CepreeBHa, byunmHcKas
Hatanbs BanepbeBHa, KocTuk Mwuxamn Mwuxannosuu,
Kennc Bnagumup MapkoBu4y, Muxannosa Jliogmuna
KoHcTaHTMHOBHa, OuupoBa T[lonvHa BsvecnaBoBHa,
CyxaHoBa HaTtenna BaxtaHrosHa.

B xoae CoBeTa aKCnepToB 6biM PACCMOTPEHbLI Cleayto-
LMe BoNpocCshl:

e ocTaTo4yHoe 6pemsa 6one3Hn MIC | TMna nocne TpaHc-
naaHTauun reMono3TUYECKNX CTBONOBLIX KneTok (TICK);
°* peKomeHaauun ana nauueHtoB ¢ MIC | TMna nocne

TICK n BO3MOXHas ponb GepMeHTO3aMeCcTUTENIbHOM

Tepanuu (P3T): KpuTepum Bo3o6HOBNeHNUs 3T nauuneH-

Tam ¢ MINC | Tuna nocne TICK,;
®  MOHMTOPUHT naumeHToB ¢ MIC | Tuna nocne TI'CK 1 Bo3-

o6HOBNEHUs P3T.

Mykononucaxapuaos | Tuna — pefkoe HacneacTBeEHHOE
3abofieBaHue, BO3HWKaloLlee B pe3ynbraTe HeJoCTaTO4YHO-
cTn depMeHTa anbda-L-naypoHnaasnsl BCaeacTBUE MyTaL Ui
B reHe IDUA. Jeduumnt pepmeHTa NpUBOAUT K HAKOMJIEHUIO
B /M30coMax rnMko3amuHornukaHos (FAlN) — renapaH-
cynbdata 1M aepmataHcynbdata. Ana MIMC | xapakTepHa
LIMPOKaa BapuabesbHOCTb KAUHMYECKUX MNPOSBIEHUN —
OT Tsaxenon deTanbHO-HEOHATaNlbHOW GOpPMbl (CUHAPOM
lypnep) Ao CTepTbiX BapMaHTOB, KOTOPbIE AMArHOCTUPYOTCA
y B3pochnbix (cnHapom Llene). 3aboneBaHne, Kak npasBu-
110, HOCUT MPOrpPeccUpyoWnin XapakTep M3-3a NOCTOSAHHOIO
HakonneHusa MAl B opraHax 1 TKaHsX BEPXHUX OTAENOB Abixa-
TeNbHbIX NYTEN U NErKUX, KOCTSAX U cycTaBax, LeHTpasibHON
n nepudepruyecKon HEPBHOM CUCTEME, CepaevHO-coCcyan-
CTOM CUCTEME, NMEYEHU, OPraHax 3peHUs 1 cnyxa.

Mpu MIC | «3010TbIM CTAaHAAPTOM» JIEHEHUSA ABNAIOTCA
METOAbl Tepanuu, HanpaBieHHble Ha KOPPEKLMIO HeagocTa-
loLero IM30coMHOro dbepmeHTa: TpaHcnaaHTauus remono-
3TUYECKMX CTBOMOBLIX KJIETOK U pepmeHTo3amecTuTenbHas
Tepanus. CornacHo POCCUNCKUM U MEXAYHAPOAHBIM KIUHMU-
4yecKuM pekomeHaaumam no MMC | Tuna, @3T npumeHseTcs
Kak fo, Tak u nocne TFCK o HopManu3aunu ypoBHS 3HAO-
reHHoro pepmeHTa.

B 2021 r. Ha CoBeTe 3KCNepToB, MOCBALIEHHOM MpPO-
6nemam MIC | TvMna, 6bln npeactaBfieH MaclTabHbIN
peTpoCneKTUBHbIN aHanu3 217 nauueHtoB ¢ MIC | Tuna
¢ cuHgpomoM Tlypnep nocne TICK ¢ BKIOYEHUEM [AaHHbIX
10 ueHTtpoB CLUA »n EBponbl 3a 1985-2011 rr. ¢ Lenbio
BbIIBNEHUSA MNPEANKTOPOB [OJrOCPOYHOro ucxoda nocne

ycnelwHon TFTCK — npoaHanuM3anpoBaHbl KOTHUTUBHbIN CTa-
Tyc, OpTONeAnYecKne, Kapanmonornieckune, pecnupaTopHole,
odTanbMONOrM4ecKme, oToNapUHIONOrM4ecKMe U IHAOKPU-
HONIOrMYecKune ucxobl. BelBoabl JaHHOMO aHann3a CBoAATCSA
K TOMY, YTO KJMHUYECKUE MPOSBNEHUS / TAKECTb CUMNTO-
MoB 3a6oseBaHusg y nauneHToB ¢ MINC-IH B uenom 3ameTHO
ynydwatotres nocne TICK, BbhXMBaeMoCTb yBenuynBaetcs
[0 23 neT, HO nNporpeccupoBaHne 60Me3HN NPOAOKAeTCS,
Mexay TeM Bo3pacT Ha MoMmeHT TICK, ypoBeHb depmeHTa
nocne TFCK “ ncxodHbI KAMHUYECKUIM CTaTyC ObIM BaXk-
HbIMU NpeauKTopamMu Ana nporHo3a nauueHtoB ¢ MIMC-IH
nocne TICK (npu atom y 26% naumneHTtoB nocne TICK ypo-
BEHb PEPMEHTOB Obl/1 HUXKE HUXKHEN FPaHMLbl HOPMBbI).

BHumaHuio CoBeTa 3KcnepToB Oblan NpeacTaBfieHbl
JaHHble aHanM3a MOHWTOPWMHIa POCCUMCKMX MNauMeHTOoB
¢ MNC | tuna nocne TICK, npoBeaeHHoro B KanHuke HUU
O0TWT um. P.M. Top6ayeBoi, PoccuinCKOM AETCKOW KAUHU-
yeckow 60nbHULE MuH3gpaBa Poccun, PrAY «Hay4Hbin
MEANLMHCKUIA UCCneaoBaTelbCKU LEHTP 340P0OBbS AeTeN»
MuHsgpaBa Poccun, HUW negmnatpum u oxpaHbl 340pPOBbS
neten UKB PAH. BaxHo oTmeTuTb, 4TOo Poccus BHOCUT
CylWeCcTBEHHbIN BKNaa B MupoByto ctatucTky TFCK npu MIC
| Tuna — 3a nepuog 2004-2021 rr. npoBeAeHO OKOMO
80 TI'CK npu cuHapome lypnep.

Begywme poccuiickme akcnepTbl, MPOBOAS MOHUTOPUHT
paaa nauuveHtoB ¢ MIC | tmna nocne ycnewHon TICK,
B peanbHON KJMHWYECKOW MPaKTUKE TaK)Ke CTalKuMBaloTCH
¢ nporpeccvpoBaHvem 6one3Hn. be3ycnoBHo, UMeeT 3Ha-
YyeHue cBoeBpemeHHoe nposegeHne TICK (go gocTuxKeHus
nauneHToM Bo3pacTta 2,5 neT), 4To obecneynBaeT Ny4dlnn
Mcxod M NPorHos. Y 60nblMHCTBA NaLMeHToB HabnohaeTcs
cTabunnsalms coOCTOAHUSA U 3aMeaieHne UHTeNNEeKTyanbHO-
ro perpecca B nepsble 12-24 mec nocne TICK, Ho ¢ roga-
MU OpTOoneAMYecKue, KapanoNornieckune, pecnupaTopHble,
odTanbMOoNOrM4ecKme, 0ToIapUHIroNorMyecKkme NPoSBIEHUS
60n1e3HM MOTyT HapacTaTb Y psja NauueHToB, B CBA3K C HYeM
Takne nauueHTbl HYXAalTca B KOPPEeKUUn TepaneBTuye-
CKOM TaKTUKK. Y4uTbiBas MexAyHapoAHble U POCCUMCKME
[JaHHble O MoNoXuTeNbHOM BAUAHMKM P33T Ha cepaedHo-
COCYAMCTYI0, AbIXaTeNbHYIO, U YaCTUYHO CyCTaBHYI0 GYHKLMUH,
KOMOGWHUPOBaHHbLIN BapuaHT Jie4yeHuss ¢ BO30OHOBNEHU-
em P3T nocne TICK moeT 6bITb pacCMOTPeEH ANs psaa
nauMeHToB COrnacHo yctaHoBleHHbIM COBETOM 3KCNepToB
KpUTEPUAM.

HecmoTps Ha ycnexu B AOCTUXKEHWW ONpeaeneHHoro
KOHTpONs Haja 3ab6oneBaHuMem MIIC | TMNa npu “Ucnonb30-
BaHun TICK 1 ®3T, HeKOTopble BOMPOCHI 0CTAOTCA OTKPbI-
ThIMW W TPEOYIOT AONOSHUTENbHbIX UccnefoBaHUn. Tak,
He Bce 3BeHbs natoreHe3a MIC | TMna 4o cux Nop ACHbl —
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npodeccop H.[. Bawakmaase npeacraBuia JaHHble 0 TOM,
4yTo Hakonnexwune FAl B nu3ocomax npu MIC mnHayumpyet
BOCMaNleHWe W BAMSET Ha POCT KNETOK COeAUHUTENbHON
TKaHWM W OpYyrux TUMNOB KNETOK, aKTUBUPYS CUrHaNbHbIN
nyTb TONN-nogo6Horo peuentopa 4 (TLR4). U3BecTeH dakKT,
4TO BBOAWMbIN BHYTPMBEHHO PEKOMOWHAHTHbLIN OGENOK
He OKa3blBaeT BO3AENCTBUS Ha NMaTONOMMYeCKUin npouecc
B FOJIOBHOM MO3re B CBSI3W C HanuMymem remartoaHueda-
nnyecKkoro 6apbepa (I3b), npenaTcTByOWEro NPOHUKHO-
BeHuto depmeHTa B LIHC. Ocob6eHHO HesiceH reHes3 npo-
rpeccupoBaHusa 3a6onesaHns MIC | Tvna nocne ycnewHowm
TFCK B cnyyae, ecnu ypoBeHb 3HAOreHHoro depmMeHTa
He CHMXeH. C dapMaKOKMHETUHECKMMM OCOBEHHOCTAMM
®3T cBA3AHO, Y4TO TObKO HEGObLIAA YacTb PEKOMOUHAHT-
HOro gepMeHTa MOMXeT JOCTMYb KOCTHOro Xpsla W rna-
3a, 4TO OObLACHAET, MOYEeMy YAYYLEeHUsS B 3TUX cUCTeMax
OpraHoB He CTO/b CYLWECTBEHHbI JaXKe nocne AAUTeNbHO-
ro npumeHenua P3T. TTCK obecneynBaeT MOCTOSAHHbLIN,
PU3NONOTrMYECKUIA, HO HE BbICOKUI YPOBEHD HEMPEPbLIBHOM
focTaBKM depmeHTa B TKaHuW U naa3my KpoBu. B otnnyne
OT 3TOro, e)eHeaenbHasi BHYyTpPUBEHHas WMHPY3us napo-
HWAa3bl o6ecnevynBaeT NPepbIBUCTLIA, HO BbICOKUI (Bbllle
GU3N0NOrMYECKOro) ypoBeHb GepMeHTa B niasme. Taknum
06pa3oM, pasHble NoaxoAbl K nedeHuto MIC | Tuna nemMoH-
CTPUPYIOT pasnnyHyto dapmMakoKMHETUKY. MOXKHO npeano-
naratb, 4to TFCK 1 ®3T gencTByIOT NO-pa3HOMY B pa3HbIX
TKaHSX, HO B HEKOTOPbIX ciy4asax MoryT 6biTb B3aUMOAO-
NOJIHAOLWMMMN MEeToLaMM NeYeHns. HeT JaHHbIX, MOATBEPK-
falwmx ycuneHme addeKTa npu noBbieHUU ao3bl P3T,
BO3MOXHO, Ao6aBleHNe IK30reHHOro GepmeHTa B peKo-
MEHAOBaHHOW WHCTPYKLUMEN [LO3MPOBKE K 3HAOTEHHOMY
MOXET cnoco6CTBOBaTb MOBbIWEHUIO 3IODEKTUBHOCTH
paboTbl NOCAEAHEro.

Onupasicb Ha pe3ynbTaTbl peajbHON KIWHUYECKOWM
NPaKTUKU U MEXAYHAPOAHbIA OMbIT, 3KCNepTbl, Npej-
cTtaBnawwmne deaepanbHbie LeHTpbl Poccuu, caenanu
cnepylouue BbiBOAbI N0 3asBJI€HHON NpoGaemaTuKe:
® 3KcnepTbl cornacunmcb, 4to MIMC | TMNa — nporpeccu-

pylollee 3ab6oneBaHue, TTCK He Bcerga cnoco6cTByeT

COEPXMBAHMUIO €ro NPOrpeccMpoBaHus, y psiaa nauu-

€eHTOB HabGnjaeTcs ocTtatoyHoe Gpems Gone3HU

nocne TICK B BuAe opToneguyecKkux, Kapauonormye-

CKMX, pecnupaTtopHbix, 0dTanbMONOrMYECKUX, OTona-

PUHIOIOTMYECKMX OCTIOKHEHWUI, B TOM YMCIIE CO CTOPOHDI

UHC, a nauueHTbl Hy)XAaloTcA B KOPpPEKUUU Tepa-

NEeBTUYECKON TaKTUKM;

° cnepoBaTb POCCUMCKUM KIMHUYECKUM pPEKOMEHAaLnam
no MIC | Tuna B Ha6a104€HUU U JIe4EHUU NALUEeHTOB,

a UMEHHO:

— peKoMeHAoBaTb MpoBeAEeHUEe TpPaHCMIaHTauuu

reMono3aTUYECKUX CTBOJIOBbIX KneToK (TICK) nauu-

eHTam ¢ MIMC-IH go pgocTwxeHus Bo3pacTa 2,5 net
nNpU HOPMasbHbIX MAM CyGHOPManbHbIX NOKasaTensx

pazsuTusa (DQ > 70);

— peKomeHgoBaTb npoBeaeHue ¢pepmeHTo3aMecTu-

TenbHou Tepanuu (P3T) Bcem naumeHTam ¢ yCTaHOB-

JIeHHbIM AanarHo3om MIC | TMna ¢ uenbio 3amMeaneHus

nporpeccupoBaHns 3aboneBaHuns, yMeHbLIEHUS pa3me-

POB NEYEeHU U Cene3eHKHn, ynydleHns GyHKLMK cepaLa,
CHUMEHUS YPOBHSA 3KCKpeTupyemblix MAl;

— pEeKoMeHAoBaTb fleyeHne geTen, KOTopble roTOBATCS
K TI'CK, no cxeme: o TpaHcnaaHTauyuu 12 Hea v nocne
TpaHCcMaHTauuMnM He mMeHee 15-17 Hen NpoBOAMUTCA
®3T, Ho npogomKuTenbHocTb @3T nocne TpaHcnnaH-
Tauuu 3aBUCUT OT ypoBHS [Al, akTUBHOCTU depMeHTa
anbda-L-ngypoHnaasbl, COCTOSHMA [AblXxaTeflbHOW, cep-
[le4YHO-COCYANCTOM CUCTEM, OBLLETrO COCTOSIHUSA PEBEHKa;
— ynauuneHToB ¢ MINC | Tuna, KOTopbiM Gblj1a OcyLiecT-
BneHa TFCK, Heo6xoanMMO NpPoBOAMTL NEPUOANYECKYIO
OLLEHKY K/IMHUYECKUX CUMNTOMOB, KOHTPOAMPOBATb YPO-
BeHb Al B Mo4e n He pexe 1 pasa B roj oueHuBaTb
aKTMBHOCTb depmeHTa anbda-L-maypoHngassl, a B cny-
4yae nporpeccupoBaHns CMMNTOMOB, yBenudenus Al
B MOYe, CHUXEHMS aKTUBHOCTU pepmeHTa cnepyer pac-
cmoTpeTb Ha3Ha4vyeHue O3T;

YyUYUTbIBAs MyNbTUCUCTEMHOCTb nposiBneHun MMC | Tuna
U MHAMBMAYabHblE OCOBEHHOCTH Te4YeHUs 3aboneBaHums
M OTBETA Ha NleyeHne, a TaKKe — B CBSA3M C 3TUM —
HEBO3MOHOCTb CO3[aHusl YHUBEPCANbHbIX KpUTEPUEB
N9 OLLEHKM KNMHMYecKkux ncxoaoB TICK npu MIMC | tuna,
NMPOBECTU C Lie/iblo NMPUHATUA pelleHUus 0 HeobGXxo-
AMMOCTM KOMOGMHMPOBAHHOW Tepanuu KJIAUHUKO-
na6opaTopHoe, UHCTPyYMeEHTaNbHOe o6cnefoBaHUs
poccUiCKoMi Koroptbl nauueHToB nocne TICK, Bkio-
Yatollee OLEeHKY:

1) yposHs TAT;

2) ypoBHS depMeHTa anbda-L-maypoHnaassi;

3) KNIMHUYECKNUX CUMMTOMOB;

paccMoTpeTb BO3MOXHOCTb BO306HOBAeHUA D3T
Ha nepuopa 12 mec nauneHtam ¢ MIC | TMna, KoTopble
nepeHecnu ycnewHyto TFTCK u y KoTopbix HOpmab-
Hbli ypoBeHb ¢depmeHTta u Al HO HaGnopaeTca
3Ha4YMMoe KJIMHUYECKOoe yXyALIEeHUe CO CTOPOHbI cep-
Ae4Ho-cocyancToinl, gbixatenbHon? U KOCTHO-CycTas-
HOM cucTeM3, a TaKKe 3HauuTenbHas orpaHoMeranus
(yBenuyeHune neveHu n ceneseHku), CHUKEeHUe 3puTesb-
HbIX QYHKLWK, CBETOGOSA3Hb M CHUXKEHUE GU3NYEeCKOoMn
BbIHOC/IMBOCTU NO AaHHbIM 6-MWHYTHOrO TecTa XoAb0bl
(6MTX), ¢ nocnepyowenn oueHKon 3pPeKTUBHOCTHU
KOMGUHMpoOBaHHOM Tepanuu ®3T.

nony4YuTb cornacue npeactaBuTeNnen nauUeH-
TOB Ha KOMGuHUpoBaHHoe ne4yeHue (TFCK + ®3T),
NMOSICHWMB YCNOBUS, NPU KOTOPbIX MOXKET HabnaaTbecs
noTteHuuanbHaa nonb3a ANA 340POBbA NMNaLUEHTOB,
Bblpakalolasacs He B WM3/e4eHUn, a B MPUOCTAHOBKE
NPOrpeccnpoBaHnsa HEKOTOPBIX KIMHUYECKUX MposBe-
HWUW 60Js1e3HU. [1pK 3TOM crnefyeT OTMETUTL, YTO AaHHbIN
BapuWaHT Tepanuu NoKa He Noay4un yoeamTeNbHbIX Kan-
HUYECKUX AOoKa3aTenbCTB IQDEKTUBHOCTHU. TaKKe poau-
TeNu JONXKHbI 6bITb UHPOPMUPOBAHLI, HTO UM HEOBXOAM-
MO C GONbLIOM KPaTHOCTbIO MPOXoAMTb 06cneaoBaHue
B KJIMHWUKE AN MOHWUTOPWHIa Tepanuu, a Takxe 0 BO3-
MOXHOCTM NosiBNEHMS NOGOYHbIX peaKLui Ha BBeaeHue
depmMeHTa;

NPOBOAUTb PErynsipHbIA MOHUTOPUHI AAHHOW rpyn-
Nbl NauMeHToB (He pexe 1 pa3 B 6 mec); Ha6noae-

1 cepaeuHo-cocyaucTan cuctema: Hab/IIo4alTCa N3MEHEHUS XapaKTePUCTUK KNanaHHOro 1 NoAKanaHHoro annapata no AaHHbIM Ixo-KI
— HapacTaHue TOJIIMHbLI CTBOPOK; HapacTaHWe CTeneHu peryprutauuu KianaHoB CepAua; nosiBfeHue/HapacTtaHue CTerneHu cTeHosa
KianaHoB cepALa; NosBeHWe TMNepPTPOdUN MUOKAPA KENYA0UYKOB; NOABIEHUE CUCTOTMYECKON U AMACTONMYECKON AMCHYHKLMUM.

opraHbl AbIXaHUA: NOSAB/EHWE WK MPOrPEeCcCMpPoBaHME CUHAPOMA OGCTPYKTUBHOIO anHoa CHa, YacTble PecrnupaTtopHble 3a6oieBaHus,

YXYALWEHUE PEIYSILTATOB NPW UCCNIEA0BAHUM GYHKLMW BHELWHEro AbixaHus (PBA: OPB,, ®IKE/, OPB, /PHEN).

KOCTHO-CyCTaBHafl cCUCTeMa: yMeHblIeHWe 06beEMOB [AIBUXEHWUI B CyCTaBax — HapacTaHWe KOHTPaKTyp; MOABIEHWE UM NPOorpeccupoBaHme

nedopMaunin B KOHEYHOCTAX; NOSIBNEHUE UK MPOrpeccrpoBaHMe CTeHo3a B WEeWHOM OTAene NO3BOHOYHWUKA; CHUXKEeHME (3aMensieHune)

TEMMNOB pocTa.



HMEe 3a nauueHTaMu AOJIKHO OCYLECTBAATLCA B COOT-
BETCTBUM C KIMHUYECKUMU pekomeHaaumsamu no MIC
| TMNa, NpyM 3TOM KpaTHOCTb 06CeAOBaHUW [OOMKHa
OblTb yBe/nn4eHa, 4To6bl Oblna BO3MOXHO 3a 12 mec
OLIEHUTb AIMHAMMWKY COCTOSIHUS NMaLMEHTa;

° yepe3s1l2mec npoBeaeHHOro HabnaAeHNA NpeacTaBUTb
3aKJ/lo4YeHre ana y4acTHUKOB AaHHoro CoeTa aKcnep-
TOB M NPU HEOBXOAMMOCTU CHOPMYNMPOBATb KA4YeCTBEH-
Hble U KOJIMYEeCTBEHHble NabopaTtopHble U KIMHUYECKNE
Kputepuu Bo3o6HoBneHua P3T nocne TFCK npu cuH-

CMUCOK JIUTEPATYPbI / REFERENCES

1. Neufeld EF, Muenzer J. The mucopolysaccharidoses. In: The
metabolic and molecular bases of inherited disease. Scriver CR,
Beaudet AL, Sly WS, et al., eds. New York: McGraw Hill; 2001. pp.
3421-3452.

2. Boffi L, Russo P, Limongelli G. Early diagnosis and management
of cardiac manifestations in mucopolysaccharidoses: a practical
guide for paediatric and adult cardiologists. Ital J Pediatr. 2018;44
(Suppl 2):122. doi: https://doi.org/10.1186,/s13052-018-0560-3

3. BacuykuHa E.C. BepwwuHuHa T.J1., Koanbuyyk T.C. u Aap.
MopaxkeHne cepaeyvHO-COCYAUCTOM CUCTEMbI MpPU MyKoMonucaxa-
puaose | TMna: KnuHuveckue cnyvyaum // Bonpocbkl coBpemeH-
Hoi neguatpun. — 2019. — T. 18. — N2 5. — doi: https://doi.
org/10.15690/vsp.v18i5.2058 [Vasichkina ES, Vershinina TL,
Kovalchuk TS, et al. Damages of Cardiovascular System at
Mucopolysaccharidosis Type I: Clinical Cases. Voprosy sovremen-
noi pediatrii — Current Pediatrics. 2019;18(5):346—-353. (In Russ).
doi: https://doi.org/10.15690/vsp.v18i5.2058]

4. Mwuxannosa C.B., Cnateukas A.H., MpucraHckoBa E.A. u ap.
MyKononucaxapuao3 | Tvna: coBpemMeHHble NoAXoAbl K Tepa-
nuv // Bornpockl rematonormu/oOHKoONIOrMU 1 UMMYHONaToNorMn B
negmnatpun. — 2018. — T. 17. — N2 4. — C. 35-42. — doi: https://
doi.org/10.24287/1726-1708-2018-17-4-35-42 [Mikhaylova
SV, Slateckay AN, Pristanskova EA, et al. Mucopolysaccharidosis
| type: new management. Pediatric Hematology/Oncology
and Immunopathology. 2018;17(4):35-42. (In  Russ).
doi: https://doi.org/10.24287 /1726-1708-2018-17-4-35-42

5. bBbikoBa T.A., OBeykurHa B.H., OcvnoBa A.A. v ap. OueHka adpdek-
TUBHOCTW alOreHHOM TpaHCMAaHTaLUM reMonoaTMYECKMX CTBOO-
BbIX KNIETOK NPpU MyKononucaxapuzgo3se | tuna (cuHapom lypnep): onbIT
HWUW OOMT um. PM. Top6ayeBon // Borpocsl remaTonorimn/oHKo0-
rmm u uMmMyHonatonorum B neguatpmn. — 2020. — T. 19. — N2 2. —
C. 83-92. — doi: https://doi.org/10.24287 /1726-1708-2020-19-
2-83-92 [Bykova TA, Ovechkina VN, Osipova AA, et al. An evaluation
of the efficacy of allogeneic hematopoietic stem cell transplantation
in patients with mucopolysaccharidosis type | (Hurler syndrome): the
experience of the R.M. Gorbacheva Research Institute for Pediatric
Oncology, Hematology and Transplantation. Pediatric Hematology/
Oncology and Immunopathology. 2020;19(2):83-92. (In Russ).
doi: https://doi.org/10.24287 /1726-1708-2020-19-2-83-92]

6. de Ru MH, Boelens JJ, Das AM, et al. Enzyme replacement
therapy and/or hematopoietic stem cell transplantation at diag-
nosis in patients with mucopolysaccharidosis type I: results of a

apome ypnep Anst BKAYEHNS B KIMHUYECKME PEKOMEH-

pauunu no MIMC | Tuna.

PelweHne o Bo3o6HOBNeHUM D3T nocne TpaHcniaHTa-
LIMM KOCTHOro MO3ra Mo COrlacoBaHHbIM KPUTEPUAM Mpu-
HMMaEeTCs KOMUCCUOHHO Ha ypoBHe defepanbHOro LeHTpa,
COTPYAHWKM KOTOPOro 061ajatoT JOCTaTOYHON 3KCNepTU30mn
1 OMNbITOM le4eHns n HabnogeHmnsa nauneHToB ¢ MIC | Tuna,
npu y4acTuM Bpayen LEHTPOB, rae nauuMeHTam npoBoau-
nacb TICK, 1 cneunanncTtoB KAWHMK, B KOTOPbIX MaLUEHThI
Habnoaanucb ANUTEeNbHOE BPpeEMS.

European consensus procedure. Orphanet J Rare Dis. 2011;6:55.
doi: https://doi.org/10.1186/1750-1172-6-55

7. Muenzer J, Wraith E, Clarke LA. Mucopolysaccharidosis |: man-
agement and treatment guidelines. Pediatrics. 2009;123(1):19-29.
doi: https://doi.org/10.1542 /peds.2008-0416

8. Giugliani R, Rojas VM, Martins AM, et al. A dose-optimiza-
tion trial of laronidase (Aldurazyme®) in patients with muco-
polysaccharidosis 1. Mol Genet Metab. 2009;96(1):13-19.
doi: https://doi.org/10.1016/j.ymgme.2008.10.009

9. Sands MS, Davidson BL. Gene therapy for lysosom-
al storage diseases. Mol Ther. 2006;13(5):839-849.
doi: https://doi.org/10.1016/j.ymthe.2006.01.006

10. Aldenhoven M, Boelens JJ, de Koning TJ. The clini-
cal outcome of Hurler syndrome after stem cell transplanta-
tion. Biol Blood Marrow Transplant. 2008;14(5):485-498.
doi: https://doi.org/10.1016/j.bbmt.2008.01.009

11. Kakkis ED, McEntee MF, Schmidtchen A, et al. Long-term and
high-dose trials of enzyme replacement therapy in the canine model
of mucopolysaccharidosis I. Biochem Mol Med. 1996;58(2):156—
167. doi: https://doi.org/10.1006/bmme.1996.0044

12. Aldenhoven M, Wynn RF, Orchard PJ, et al. Long-term outcome
of Hurler syndrome patients after hematopoietic cell transplantation:
an international multicenter study. Blood. 2015;125(13):2164—-
2172. doi: https://doi.org/10.1182/blood-2014-11-608075

13. Mykononucaxapmngo3 Tun I: KIMHUYECKUE peKomeHaauun. —
2021. [Mukopolisakharidoz tip I: clinical guidelines. 2021. (In Russ).]
[ocTynHo no: https://cr.minzdrav.gov.ru/recomend/380_2. Ccbinka
aKTUMBHa Ha 21.06.2022.

14. Opoka-Winiarska V, Jurecka A, Emeryk A, Tylki-Szymanska A.
Osteoimmunology in mucopolysaccharidoses type |, I, VI and VILI.
Immunological regulation of the osteoarticular system in the course of
metabolic inflammation. Osteoarthritis Cartilage. 2013;21(12):1813—
1823. doi: https://doi.org/10.1016/j.joca.2013.08.001

15. Bawakmaasze H.A., Koctuk M.M., Mypkosa H.B. wu pap.
XapaKTepuUCTUKa CYCTaBHOro CWHApOMA Yy [JeTeil C MyKonosnu-
caxapuao3om | TMna // Bonpockl coBpeMeHHO# nepuatpun. —
2021. — T. 20. — N2 6S. — 567-575. — doi: https://doi.
org/10.15690/vsp.v20i6S.2364 [Vashakmadze ND, Kostik MM,
Zhurkova NV, et al. Articular Syndrome Characteristics in Children
with Mucopolysaccharidosis Type |. Voprosy sovremennoi pedi-
atrii — Current Pediatrics. 2021;20(6S):567-575. (In Russ).
doi: https://doi.org/10.15690/vsp.v20i6S.2364]

PEDIATRIC PHARMACOLOGY. 2022;19(3)

NEAWATPUYECKAA ®PAPMAKONIOIUA / 2022 / TOM 19 / N2 3



