LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

Mykononucaxapupo3s tun ll

KnuHnyeckue pekoMeHaaumm MuHaapasa Poccum - B3pocnble - peaakums 2025 1, ctaTyc «MpumMeHaeTca» Ha 04.11.2026 - MKB-10: E76.1 -
Coto3 neguatpos Poccuu, AccoumaLimng MeamUmMHCKNX reHeTUKOB

Mykononucaxapvao3 |l Tvna (6onesHb XaHTepa) — X-CLenneHHoe PeLeccMBHOE NM30COMHOE 3a6oneBaHne, npu
KOTOPOM 13-3a AeduumnTa MaypoHaT-2-cynbdaTtasbl HakanMBaloTCH renapaHcynbdaT 1 aepMaTtaHcynboar.
PekoMeHauuns nocesiLeHa NoATBEPXAEHMIO AnarHo3a, NOXU3HEHHOM GEPMEHTHOM 3aMeCTUTENbHOM Tepanmu,
NEYEHWIO OCIOXHEHUM U MOCTOSAHHOMY MYNbTUOAUCLUNIMHAPHOMY HAbMOEHMIO.

naBHOe

 BblOensioT Taxenyto 1 yMepeHHo-Taxenyo dopmbl MIMC II; TaxeCTb onpenenseTca CKOPOCTbIO MPOrpeccupoBaHns
nopaxeHs OpraHoB 1 CUCTEM.

« [opo3peHrre Ha MI1C Il ocobeHHO 060CHOBaHO NPW COYEeTaHUM FPYyObIX YEPT NNLAE, HU3KOrO POCTa,
TYronoaBMXHOCTW CYCTaBOB, renaTOCMIeHOMEranuu, rpbiX, YaCcTbiX PECNMPaTOPHbIX 3a601€BaHUA, CHUKEHNS
cryxa Unu HeBPOMOrMYECKMX HapyLLIEHNI.

« ®epMeHTHas 3aMecTuTenbHas Tepanua naypcynbdason nnn nagypcynbdason beta 3ameanser
nporpeccupoBaHe 60M1e3HN, YMEHbLLAET pa3Mepbl NeYeHN 1 CeNe3eHKN, yrydlaeT QyHKLMIO CEPALLA U CHXaeT
akckpeuuto MAlN; mpenapaTbl He NPOXOAAT Yepes reMaTosHLLedannueckmn bapbep.

- 03T npoBOAAT NOXN3HEHHO N HENMPEPLIBHO,; pE3KNE OTMEHbI 1 NMepepbIBbl HEXENaTE1bHbI, MOCKOJ/IbKY MOTYT
YXyAWNTb COCTOAHME NaLMeHTa.

« [1poBOANTCH NOCTOAHHOE HabMOAEHWE NALUMEHTOB; KOMMIEKCHOE 06CrneoBaHNe B MHOrOnNpohunsHOM
CTaumloHape NpoBoadAT 1 pa3 B 6-12 MeCSLEB C YY4ETOM TAXKECTN COCTOAHMUSA.

« [Py HapKo3e 1 MHTYyBAaLMM BbICOK PUCK KOMMNPECCUM CMMHHOMO MO3ra 13-3a HeCTabubHOCTW aTIaHTOaKCHanbHOro
CyCTaBa; ornepaLmun C aHecTeanen CrneayeT BbINOMHATL B KPYMHbIX LieHTpax ¢ OPAT.

OunarHocTuka

1. CobpaTb ceMenHblt aHaMHES 1 OLLEHWUTb TUMUYHbBIE Xanobbl: 3aAepPXKy UM Perpecc pa3suTms Mpu TAXENomn
dopMme, HU3KMIM POCT, OrpybrneHve YepT Nnua, YacTble MHPEKLMK AbIXaTeNbHbIX MyTew, CHUXEHUE CNyxa nnm
3peHus, fedopMaLLMmn CKeneTa, MPbIXU, TYroNOABMXKHOCTb CYCTaBOB, arHO3 BO CHE U U3MEHEHNE NOXOLKM.

2. |_|pl/| OCMOTpE NCKaTb rpy6b|e 4YepTbl ua, HU3KOPOCNOCTb, TyronoABmM>XHOCTb CyCTaBOB, renato- v
cnneHomMeranuio, rpbbkn U USMeHeHA PoroBULLbl.

3. Onpenenutb MAl B MOYe y NaumeHTa C KIMHUYEeCKMMU npuaHakamu MIC: KonnyecTBEHHO W Ka4eCTBEHHO
OLLEeHMBAIOT CyMMapHYIO 3KCKPeLMo, AepMaTaHcynbdaT v renapaHcynbdat. YYP B, YO 3.

4. OnpenennTb akTUBHOCTb MAYPOHAT-2-CynbdaTasbl B ISTHAX BbICYLLEHHOM KPOBM B COCTaBE MYbTUMMEKCHOIO
ncecnefoBaHus NMM30COMHbIX GePMEHTOB; OAHOBPEMEHHO UCCNeayoT Apyrue cynbdaTtasbl 415 UCKITIOYEHUS
MHOXEeCTBEHHOW cynbdaTa3Hon HegocTaTtouHocTw. YYP B, YO 2.

5. Mpu CHUXEHHOW aKTUBHOCTU GEPMEHTa BbINOMHUTbL CEKBEHNPOBaHWe reHa IDS no CeHrepy 4na NoATBEPXAEHUSA
OVarHo3a Ha MOneKynapHOM YPOBHE; MPY HEOBXOAMMOCTU NMPUMEHSIIOT AOMOMHUTENbHbIE METObI A/15 BbISBIEHUSA
KpYyMHbIX nepecTpoek reqa. YYP C, YOO 5.

6. B npoLiecce NoCTaHOBKM AMarH03a OLLeHMBAIOT NMOPaXeHNe OpraHoB U CUCTEM: BbINOMHAOT Y3W unv MPT 6ptoLLHOwM
NMONOCTU, PEHTreHor paduio NO3BOHOYHKKA, SHMT, ayanoMeTputo, UCCrnefoBaHue AblXxaTebHbIX 06bEMOB U
MOTOKOB, Kapauonoruyeckoe obcnegosaHne, MPT rofnoBHOMO MO3ra 1 MO3BOHOYHMKAE.

NeueHue

« BecTu naumeHTa MynbTUOMCUMMNIMHAPHO C y4acTUEM CneumanmcTa, MMetoLLero onbIT nederHusa MIIC Il, a Takxe
HeBpOora, reHeTuKka, Kapamonora, nynbMOHOMNOra, raCTPO3HTEPOIOra U ApYrnx CNeLManncToB MO NOKa3aHNAM.

- HasHauaTb naypcynbdasy unv naypcynbdasdy 6eta noxXunsHeHHO, HenpepbIBHO, B Ao3e 0,5 Mr/kr 1 pa3 B Hedento
BHYTpMBEHHO. CTaHAapTHasa MPOAOMKUTENBHOCTb MHPY3NK — 3 Yaca, MakCUManbHas CKOPOCTb — A0 40 Mn/y;
npenapat pa3soadaTt B 100 mn pacTeopa HaTpus xnopuaa 0,9%. [Npu 0TCYTCTBUM peakumii BpeMs BBEAEHNA MOXHO
nocTeneHHo cokpaTnTb Ao Tuaca. YYPA, YOO 1.
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« Mepen MHbY3Men MPUMEHSIIOT CUCTEMHbBIE aHTUIMCTaMUHHBIE CPEACTBA B COYETaHUM C APYTMMU aHanbreTvkamm 1
aHTUNMpeTMKaMu. INpu peakLmm MHOY3UI0 OCTaHaBNMBAIOT 4O MCYE3HOBEHWUS CUMMTOMOB, 3aTEM BO306HOBNAIOT CO
CKOPOCTbIO BABOE HWXE; NPW aHabnNakToMAHOM NN aHadmnakTUYeCckon peakLLm HPY3no HemeAneHHo
NpeKpaLLaloT U HAUMHAIOT HEOTNTOXHOE NeYeHue.

Naypcynbdasa n naypcynbdasa 6eTa He B3aMMo3aMeHseMbl. [lepeBof ¢ 04HOro npenapaTa Ha Apyron AonyCTUM
TOMbKO MPW CePbe3HbIX HEKOHTPONMMPYEMbIX PEaKLIMAX, COXPaHAIOLLMXCA HECMOTPSA Ha afeKBaTHYIO
npemMennkauuto, 1 no peleHuto BpahleﬁHOFO KOHCUnnyma.

Mpw HapyLLEHWUN MOTOPUKM KULLEYHNKE MOXHO MCMOMb30BaTb OCMOTUYECKME CNabuUTenbHble; B TEKCTE NpuBeaeHa
nakTynosa15-45mnBcyTkn. YYPC, YOO 5.

MNpu snunencum HasHayatoT NPOTUBOIMUNENTUYECKME NPEnapaThl Mo CTaHAAPTHbLIM PpeKoMeHaaLMsAM, C NoA60POM
Tepanuu HeBposoroM. MNpu XpoHMYecKon HermponaTnyeckon 601 pekoMeHaytTcs npenapatbl rpynnsl NO3AX ¢
perynsapHbiM KOHTponem 6esonacHocTtu. YYP C, YO 5 ang 060mx Te3ncos.

py COXPaHHOM MHTENNEKTE N HapyLLIEeHWN GYHKLIMM KUCTe N0 HapyLeHnn NPoBOAMMOCTM No SHMI npoBoAAT
HEBPONN3 1 JEeKOMMpPeccuto Hepsa. [pn AMarHOCTUPOBaHHOM CTEHO3€ LWEeNHOro OTAENA BbiMOMHAT
MUKPOXMPYPrUYecKyto 4eKOMMNPEeCcCuio No3BOHOYHOMO KaHasa; ornepaLmio paccMaTpuBaloT gaxe 6e3
HEBPONOrMYECKMX CUMMTOMOB, ECNW CarnTTanbHbI AMaMeTp KaHana yMeHbliueH 6onee yem Ha 50%. YYP C, YO 4.

Mpw rnapouedanimn NnokasaHo BEHTPUKYNO-NEPUTOHEaNbHoe WYHTUPOBaHNE; BO3MOXHbIE NOKa3aHWsA —
nporpeccupytoLLiee yBenmyeHne xenynoukos no MPT n/vnu fasnexHve LepebpocnmHanbHOM XUAKOCTM 6ornee
250-300 cm BogHoro ctonba. YYP C, YOO 4.

Korpa HanpaBuTb M Kak Ha6nopaTb

« MNaHoBO roCNMTanM3vMpoBaThb ANA AMArHOCTUKM MU NeYeHNs, TPEBYIOLLMX KPYrnoCyTOYHOro HabnoaeHus, ons
XMPYPruyYeCcKmX BMELLATENBCTR, BbICOKOTEXHOMOMMYHOMO NeveHus, npoeeaeHns ®3T npu HEBO3MOXHOCTM
amMBynaTopHOro 1N CTalyoHapO3aMeLLAIOLLEr O BBEAEHWS, a TakKe AN 9KCNepTH3 M 06CNeaoBaHuM,
HeLOCTYMHbIX aMByNaTopHO.

HeoTnoxHas Unm akCTpeHHas rocnuTann3aLms HyxHa npu oCTPbIX 3a60M1eBaHMsAX, 060CTPEHUN XPOHUUECKIMX
60ne3Hew, OTPaBNeHNsX, TPaBMax, COCTOSHUAX, TPEBYIOLLMX MHTEHCMBHOW Tepanuu, a Takxke Npu No6oYHOM
peakumm BO BpeMs MHDY31W nnv B A€Hb €€ NPOBEAEHNUS 1 NPV LLIEPBUKaNbHOM CTEHO3€ C KOMMPECCHel CMIMHHOIO
Moa3ra.

Onepauwnu ¢ aHecTe3nen HanpaeBnATb B KPYNHblE MEANLIMHCKME LeHTPbI C OTAENEHNEM PeaHUMaLMK 1
WHTEHCWBHOW Tepanuu; 4O BMeLlaTeNbCTBa HEOOXOANMbI KOHCYbTaLMm Kapanonora, 0OTOPUHONapPUHIroNora,
aHeCTe3norora n HeBPOMNaTosIora, NosIHoe KapaMonornyeckoe obcnefoBaHne 1 oLeHKa AbixaTeNbHbIX
HapyLUeHWI.

MauneHT NOCTOSHHO Habn4aeTcs amMbynaTopHO; KOMMIEKCHoe 06crnefoBaHNE B MHOMrONMPOMUIIbHOM
CTauuWoHape nposoadaT 1 pa3 B 6-12 MecsLues, NPOAOIXNTENbHOCTb NPebbiBaHWSA MO OCHOBHOMY TEKCTY
pekomMeHaaumn coctasnsaeT 10-14 gHen.

YacTble BOMNPOChHI

Kak noareepxpatot anarHo3 MIC 11?

[rarHo3 noaTeepXaatoT coMeTaHNEM KITMHUYECKUX AaHHbIX, onpenenerHusa FAlT B MOYe, CHUXEHWSI aKTUBHOCTH
naypoHaT-2-cynbdaTasbl v BbISBIEHNSA NaTOreHHOro UM BEPOATHO NaTOreHHOro BapuaHTa B reHe IDS.
CekseHuvpoBaHue IDS BbINONHAT NpW CHUXKEHHOW aKTUBHOCTU hepMeHTa.

KakoBa cxema pepMeHTHON 3aMeCTUTEeNbHOW Tepannun?
Noypcynbdasy nnv naypcynbdasy 6eTa BBOAST NOXNMIHEHHO U HEMPEPLIBHO BHYTPMBEHHO Mo 0,5 Mr/kr 1pa3 B

Hefnento. Hdy3nsa 0bbl4HO AnWTCS 3 Yaca, npenapat pa3soaaT B 100 Mn 0,9% pacTBopa HaTpus xnopuaa; npu
XOPOLLUEN NEPEHOCMMOCTM BPEMSI MOXHO COKPaTUTb 0 1uaca.

YTo nenaTb Npu peakuum Bo Bpems MHPYy3um ®3T?
NHdy3mMt0 0OCTaHaBMMBAIOT A0 pa3peLLeHs CUMITOMOB, 3aTEM BO30OHOB/AIOT CO CKOPOCTbLIO BABOE HMXeE. [1pn

aHapMNaKTonagHoOM v aHaunakTM4eckom peakummn l/lHq)y3l/HO npekpawarT HeMeneHHO U NPpoBOAAT HEOT/TIOXHOE
nedyeHue.

Kak HacnepyeTcs 6onesHb XaHTepa 1 KakoB PUCK ANs crnieayolen 6epeMeHHOCTU?
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HacnepnoBaHwue X-CLenneHHoe PeLeCcCuBHOE. Y XEHLLUMHbI-HOCUTENbHULLbI PUCK POXAEHNUS Manbynka ¢ MIC I
coctasnseT 50%, a pUck poxaeHUsa AeBOUKN-HOCUTENbHULLLI — 50%; MyxunHa ¢ MINC |l nepefaeT nopaxeHHyo X-
XPOMOCOMY BCEM [0YEPSAM U HE NEPEeaeT ee CbIHOBbAM.

Korga HY>XHa onepauua npu nopaxeHum LUEeMHOro oTAena No3BOHOYHMKA?
ﬂeKOMI'IpeCCVHO NO3BOHOYHOIO KaHasna paccMaTpmBatoT Npuv AnarHoCTMpoOBaHHOM CTEHO3€E; onepaunto cnenyet

BbINOMHATL A0 NOABNEHNA HEBPOTOrMYECKNX I'IpOﬂBJ'IeHVIl;I. [Toka3aHneM MOXET 6bITb CyXeHune carnttanbHoOro
OnamMeTpa No3BOHOYHOIo KaHana bonee yeMm Ha 50%, naxe npn OTCYyTCTBMMN CUMNTOMOB.

BbXuMKa cienaHa no TekCTy pekOMeHAaLIMM U He 3aMeHsIeT ero. MoMHbIN 0PULIManbHbIV TEKCT, KanbKyNATOPbl M COKPaLLEHHas BepCus:

https://wkonacedeHosa.pd/cr/292-mukopolisaharidoz-tip-ii. OdurumanbHbii ICTOYHKK: https://cr.minzdrav.gov.ru/preview-cr/292_2
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