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Mykononucaxapuao3s tuvn |

KnuHndeckue pekoMeHaaumm MmuHaapasa Poccum - aetu - pefakumns 2025 ., cratyc «MpumeHseTca» Ha 04.11.2026 - MKB-10: E76.0 - Coto3
neamatpos Poccuu, AccoLmaumsa MeMLMHCKMX FEHETUKOB

Mykononucaxapungos | Tvna — HacneAcTBeHHasa NM30CoMHasa 601e3Hb HaKOMNNEHUA U3-3a geduumTa anbpa-L-
WMOYPOHMOE3bl, NOpaxatoLlasd KOCTHO-CYCTaBHYIO, HEPBHYIO, CEPAEUYHO-NENOYUHYIO, CITYXOBYIO U 3PUTENbHYIO
cuctembl. PekoMeHaaLma onmcoiBaeT NOATBEPXAEHWE AnarHo3a, PepMeHTHYIO 3aMECTUTENbHYIO Tepanuio,
nokasaHus K TpaHCnaHTaLMm reMonoaTUUYeCKMX CTBOOBbIX KIETOK M perynapHoe MynbTUAUCLUNINHapHOe
HabnneHue.

FnaBHOe

* BbloensaioT Tpu KIMHUYECKMX PeHOoTUNa: TAXEMLIN CUHAPOM yprep, NPOMEXyTOUHbIM CMHAPOM ['ypnep-Llene u
nérkun cnHapoM Lene. Taxénas @opma 06blMHO MAHNBECTUPYET Ha MEPBOM oy XU3HU, MArKME GOPMbl — B
Bo3pacTe 4-10 neT v NporpeccupyoT MedneHHee.

O 3aboneBaHuM cneayeT AymMaTb NP COUYETaHWUM FPYObIX YEPT NULLE, HU3KOPOCNIOCTU, TYrONOABUXHOCTM CYyCTaBOB,
MHOXECTBEHHOMO AM30CTO3a, MOMYTHEHWSI POrOBULLbI, FeNaTOCNIEHOMEranuu, rPbiX, YaCTbiX PECNMPaTOPHbIX
MHOEKLMI, CHUXEHWS CMyXa 1N NPU3HaKOB arnHo3 CHa.

MNocne noATeepX/aeHns anarHo3a BCeM naLmeHTam nokasaHa pepMeHTHaa 3aMecTuTenbHasa Tepanms
napoHungason: YYP A, YOI 1. [ledeHne [OMKHO MPOBOANTLCH PerynspHO, MOCKOMbKY NMepPepbiBbl MOBLILLAIOT PUCK
YXyOLWEHMA COCTOSAHNA 1 NPOrPECCMPOBaHNA CUMMTOMOB.

PekomeHpoBaHo nposefeHue TICK nauneHTam ¢ MINC | H 0o foctuxeHnsa Bo3pacTa 2,5 neT npu HopMaribHbIX Uin
cy6HopMarbHbix NokasaTensax passutua (DQ»>70); Hanbonee 6NaronPUATHbLIE Pe3ybTaTbl MOMYYaloT NPY PaHHEM
npoBedeHnn NpoLLeaypbl.

BepeHwue 00MKHO 6bITb MyNbTUAUCLMMIMHAPHBIM: HEOBXOAMMbI CMIELMANMUCThI MO HEBPOOT UK, KAapAMONOoruy,
nynbMoHonoruu, NTIOP-naTonorum, ohTansMonorim, opToneanu, XUpyprum U reHeTuke.

Mepen HapKO30M HYXHO YYNUTLIBATL PUCK KOMMPECCUM CMIMHHOIO MO3ra Npyu HECTaBUNbHOCTY
aTnaHToaKcKanbHOro CycTaBa v TPYAHOW MHTY6aLLMM U3-3a KOPOTKOM LWEW, Or PaHUYEHUS MOABUXHOCTM HUXHEN
YenCTK, yBENMYEHWs A3blKa 1 runepTpoduv aneHoMao0B 1 MUHOAMWH.

MaLmneHTam NPOBOAAT BaKLMHALLMIO MO HALMOHANBHOMY KaneHOapto U Mo 3MMAEMUYECKMM NMoKas3aHWaM; OTAENbHO
NoAYEPKHYTa HEOBXOAMMOCTb NMPOMUNAKTHKM MHEBMOKOKKOBOW MHDEKLLM M Fpunna.

OunarHocTuka

1. CobepuTe CeMeNHbIN 1 KIMHNYECKMUIN aHaMHES: YTOYHMUTE CXOAHbIE CUMMTOMbI Y POACTBEHHMKOB,
B6M1M3KOPOACTBEHHbBIM BpaK, HU3KNA POCT, PELLUOMBUPYIOLLME FPbIXUW, TYFrONOABUXKHOCTL CYCTaBOB, HapyLleHve
NMOXOOKM, CNaboCTb, anHO3 CHa, CHUXKEHWE CryXa v 3peHus.

2. Mpv OCMOTpE OLLEHUTE rpy6ble YepThl NULLA, HU3KOPOCOCTb, TYrONOABUKHOCTb CYyCTAaBOB, MOMYTHEHWE POrOBULLb,
pasMepbl NeYeHN 1 CeNe3EHKM, HanMume NaxoBo-MOLOHOUHbIX UK MYTMOYHBIX MPbIX M CEPAEUHbIX LWYMOB.

3. BbINONHUTE KONUUYeCTBEHHOE U KadeCTBeHHOoe nccneaosaHue Al Moun. [Ana MIC | xapakTepHa NoBbllWeHHas
3KCKpeLuus aepMaTaHcynbdaTa 1 renapaHcynbdaTta; npu Nérkom GopmMe noBbiLEeHNE MOXET 6bITb HeGOMbLUNM. YYP
C. vyoaos.

4. MNoAresepanTe GepMeHTHbIV JedekT onpeaeneHnemM akTMBHOCTU anbda-L-naypoHnaasbl B NenkoLmMTax, KynbTtype
dMBPO61ACTOB UMK BbICYLLIEHHBIX MATHaX KPOBW. Mpu MIC | akTMBHOCTL pepMeHTa cHxeHa. YYP C, YO 4.

5. Tpy CHUXEHHOM aKTUBHOCTU GepMeHTa NpoBeanTE MONEKYNAPHO-reHeTUYEeCKOe UccnenoBaHune reqa IDUA ans
OKOHYaTelbHOM BepUpUKaLIMM AnarHo3a 1 BbigsneHua cemenHon mytaumun. YYP C, YOI 4.

6. lNMocne noaTBepXaeHNa AnarHo3a oLeHUTe nopaxeHue opraHoBs 1 ocnoxHeHus: KT, Oxo-KT, xonTeposckoe
MOHWUTOPUPOBAHWNE 1 CyTOYHOE MOHUTOPMPOBaHWe ALl; UCCefoBaHNE AbIXaHWs, Cryxa v 3peHVs; BU3yanuaaLmio
rOMNOBHOMO MO3ra W LIEeNHOro OTAeNa No3BOHOYHWKA; PEHTreHorpaduio ckeneta.

7.TpoBeamnTe anddepeHLmanbHyo AnarHOCTUKY ¢ Apyrimu tunamm MIMC, anb®a-MaHHO3MA030M, MO3AHUMU
$hopMamMu raHrNMo3nao030B, MyKOMIUNUL030M, HEUHPEKLIMOHHbBIMM NOAMaPTPUTaMU U SMUPU3aPHBIMK
ovcrnnasuamu.
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INeueHue

« JlapoHnaa3y Ha3HavaloT BCeM NaLmeHTaMm ¢ yctaHoBneHHbIM MITC |: 100 E[l/kr BHYTprBEHHO 1 pa3 B Hedento.
HauvanbHasg cCkopoCTb MHGY3uM — 2 E[I/Kr/4; npy XopoLlen NepeHOCUMOCTU €€ MOXHO MOBbIWAaTh Kaxable 15 MUHYT
00 MakcumManbHbIxX 43 EL/Kr /4. VIHDY3Mio NPOBOAAT NPUMEPHO 3a 3-4 vaca.

Mpw NosBNEHNN MHPY3NOHHbIX annepruyeckmx peakunii NpoBOaAT MeANKAMEHTO3HYIO NpeMeanKaLmio C
nocnenyoLen nHOy3nen napoHnaasbl. Bo3aMoxHble cpefcTBa ANns NeYeHns peakLm: CUCTEMHbIE
aHTUrUCTaMVHHbIE MpenapaTbl, MBYNPOdEH UK NapaLLeTaMor, CUCTEMHbIE KOPTUKOCTEPOUAbLI — NPEeaHU30NOH Ui
nexkcameTtasoH. YYPC, YOO 5.

Mpu MIC I Hy pe6énka mnagwe 2,5 net ¢ DQ>70 pekomeHaoaHo nposefeHue TICK. o TpaHcnnaHTaumm ©3T
npoBoadAT 12 Heferb, HO 3TOT CPOK MOXET BblTb KOpoUe; nocne Heé — He MeHee 15-17 Heaenb. [AnMTenbHOCTb
MOXET U3MEHATLCA B 3aBUCUMOCTM OT COCTOSAHUS peBEHKa 1 NabopaTopHO-KIMHUYECKUX Noka3aTtenen. YYP C,
YOO 4.

XPOHWUYECKME OCNOXHEHMS fTevaT Mo COOTBETCTBYIOWMM KITMHUYECKUM PEKOMEHAALIMAM: CYAOPOXHbIN CUHOPOM —
Mo anropuTMaM NedYeHns anUnencum, apTepuanbHyo F’MNEPTEH3MI0 — aHTUIMNEPTEH3NBHOW Tepanuen, 3anopsl —
CNabuTenbHbIMN CPeACTBaMU, XPOHUYECKYIO HENpONaTUYecKyo 60/b — NPOTUBOINUNENTUYECKUMM NpenapaTamm
C VIHAMBMOYa bHbIM NOABOPOM [O3bl M aHTUAENPECCAHTAMM.

[na KoppeKkummn KOHTPaKTYP 1 HaPYLLIEHW OCaHKM MCTIONb3YIOT NevebHyo dr3KynbTypy, G1avonpoLLenypsbl 1
opToneanyeckue yCTponcTaa. Mpu Heo6X0AMMOCTU BbINOMHAOT AEKOMMNPECCUIO KapnanbHOro kaHana,
9HOOMPOTE3UPOBaHWE Ta306e4PEHHOM0 UMW KONEHHOMO CYCTaBa U KOPPUrMpYyIoLLME OCTEOTOMMMN.

Mpu HapyLeHnn GYHKLMM KUCTEN Y NaLMEHTa C COXPaHHbIM MHTENNEKTOM UK NMPU HapyLEHNWN HEPBHON
npPoBOAMMOCTM No OHMI™ noka3zaHa AeKOMMPECCUa HepBHbIX CTBOMOB. [py NporpeccupytoLlen coobLuaoLWwenca
rugpoLedanim ¢ ysenuyieHmem Xenynouxkos no MPT n/unv aasneHvem nuksopa 6onee 250-300 cM BOA. CT.
BbINOMHSIOT BEHTPUKYTONEPUTOHEANbHOE LWYHTUPOBAaHWE.

Mpwv CTEHO3E LWENHOro OTAeNa NPOBOASAT AEKOMMPECCUIO CMIMHHOIO Mo3ra. Onepaumio crnegyeT paccMaTpuBaTh
eLIJ.é 0 nogaBneHmd HeBpOﬂOFl/NeCKVIX CUMIMTOMOB, eCinu carntTanbHbIv ,Ell/IaMeTp MO3BOHOYHOIO KaHana yMeHbLueH
6onee yem Ha 50%.

PeabunuTaLmio noabupaoT MHAMBUAYaNbHO C Y4ETOM COMaTUUECKOrO M KOTHUTUBHOMO CTaTyca: OHa MOXET
BK/IOUaTh NevebHyio GU3KYNbTYPY, paboTy C MCUXOMOrOM, COLManbHYO aaanTaLmio, Maccax v obydeHune
NPOdUNaKTVKE KOHTPaKTYP 1 MPOrpeccupoBaHms CKOMMO3a.

Korpa HanpaBuTb M Kak HaénopaTb

+ Onepauummn 1 aHecTeauo CrnefyeT NPOBOANTD B KPYMHbIX MEANLMHCKUX LLeHTPaX C OTAENEHWEM peaHUMaLLW U
WHTEHCMBHOM Tepanuu; 40 BMeLLaTeNnbCTBa HEOOX0AMMbI KOHCYNbTaLmMm kapamonora, JTOP-Bpauya,
aHeCcTe3nonora-peaHMMaTonora u Hesponora.

* Bbinncka BO3MOXHa Mocrne yCTpaHeHUs yrpo3bl XXU3HU U HEOTNOXHbIX OCMOXHEHWN, CTabunmsaumm COCTOAHNS U
OCHOBHbIX KﬂMHMKO-ﬂa60paTOprIX nokasartenewn, ecrnv KpyrnocyTto4yHoe HabnogeHne bonbLe He Tpe6y9TCﬂ.

YacTble BOMPOChHI

Kaknmu Tectamu noateepxaatot MI1C 1?

CHauana nccnenytot AT MouM, 3aTeM aKTUBHOCTb anbda-L-MaypoHaassl B nerkoumTax, pubpobnacrax unm
BbICYLUEHHOW KPOBU. [NpKY CHUXEHHOW aKTUBHOCTU EepPMEHTa NPoBOAAT aHanun3 reHa IDUA.

Kakas cxema ®3T napoHugasou npu MIIC 1?

JNlapoHrpasy BBOOAT BHYTPMBEHHO exeHenensHo B o3e 100 EA/kr. HaunHatoT co ckopocTu 2 E[l/kr/y, npu xopoLuen
NnepeHOCMMOCTM NOCTEMNEHHO NOBbIWAOT €€ A0 43 E[1/kr/y; BeCb 06bEM pacTBOpa BBOAAT NPUMEPHO 3a 3-4 Yaca.
KoMy nokasaHa TpaHcnnaHTauusa reMonoaTMYeCKnX CTBOSOBbIX KNETOK?

PekomeHpoBaHo npoeefeHne TICK naumeHTam ¢ MIMNC | H 0o foCcTuxeHnd Bo3pacTa 2,5 neT npy HOpMarnbHOM Ui
cybHopMarnbHoM pa3suTum, DQ>70. Hannydlimne pesynbTaThl OTMEYEHbI MPK PaHHEM MPOBEeAEHUM TPaHCMNaHTaLMu.

Korpa onepupoBaTb CTEHO3 LUEMHOro oTAeNna NO3BOHOYHMKA?
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[lekoMnpeccuio NpoBOAAT NPW AMAarHOCTUPOBAHHOM CTeHO3e. [laxe 6e3 HEBPOIOrMyeckmnx CUMMTOMOB OMepaLLmio
cnepnyeT paccMaTpmBaTh NP YMEHbLLEHWW CaruTTanbHOro AnaMeTpa No3BOHOUHOr O KaHana 6onee Yem Ha 50%,
MOCKOSbKY CAABMNEHWE CMMHHOMO MO3ra MOXET NMPUBECTM K HEO6PaTUMbIM HEBPOSIOrMYECKUM HAPYLLEHWUSIM.

KakyvacTo KOHTpPOMpoOBaTb OCHOBHbIE OpraHbl U OCNOXHeHusA?

OKT, Ox0o-KT, xonTepoBcKkoe MOHUTOPUPOBaHWE N CYTOYHOE MOHUTOPUPOBaHWe ALl NPOBOAAT B CPEOHEM HE pexe
O[IHOrO pa3a B rof; CNMpoMeTpumIO — B CpeiHeM pa3 B 6 MeCsLIEB NMPY BO3MOXHOCTU BbINOMHEHNS TECTAa.

BbIxumka coenaHa no TEKCTY peKOMeHOaLUnn N He 3aMeHAET ero. MonHbIn Oq)VILLl/IaﬂbeIl;l TEKCT, KalnbKynATOpPbI A COKpaLLLéHHaﬂ Bepcua:

https://lukonaceyeHoBa.pd/cr/380-mukopolisaharidoz-tip-i. OpuumansHbIM UCTOYHKMK: https://cr.minzdrav.gov.ru/preview-cr/380_3
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