LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

Mykononucaxapupos tvun Vi

KnuHnyeckue pekoMeHaaumn MuHaapasa Poccun - aeth - pefakums 2025 r., ctatyc «MpumMengeTca» Ha 04.11.2026 - MKB-10: E76.2 - Coto3
neamatpos Poccuu, AccoLmaumsa MeMLMHCKMX FEHETUKOB

Mykononucaxapvao3s VI Tuna (cuHaopoM MapoTo—/1aMn) — ay TOCOMHO-PELLECCUBHAA NMM30COMHas 60M1E3Hb
HaKoMMeHWs, Bbi3aBaHHaa oeduLmMToM apuncynbdaTasbl B v HakonneHvem gepMaTtaHcynbdarta. PekoMeHaaums
NnocBsiLleHa NoATBEPXAEHWIO AnarHO3a, MOXN3HEHHOM GEePMEHTHOM 3aMeCTUTEeNbHOM Tepanuu, KOHTPOIMO
MYTbTUCUCTEMHbIX OCMIOXHEHWI 1 6€30MacHOMY NPOBEAEHUIO XMPYPrUYEeCKMX BMELLATENLCTB.

naBHOe

» MIC VI cBazaH ¢ nedpexkTom reHa ARSB 1 He[oCcTaTOUHOCTHIO apucynbdaTasbl B; 3abonesaHve HacnenyeTcs
ayTOCOMHO-PELLECCUBHO.

« MpaKTUYeCcKkn 3HaUMMBbIE MPU3HAKN: HU3KWI POCT, OrpybeHre YepT N1La, TyronoABMXXHOCTE U KOHTPaKTYpbI
CycTaBOB, AePOopMaLIMm CKeneTa, MOMYTHEHWE POroBULLbI, CHUXEHMWE CIyXa, renaTocrnieHoMeranms, nopaxeHue
cepaua v apIxaTenbHOM CUCTEMBI.

- [loaTBepxaeHne aMarH0o3a CTPOUTCH Ha COYEeTaHUM KITMHNUYECKUX AaHHbIX C onpeaeneHunem MAlf Moun, akTUBHOCTH
apuncynbdaTasbl B n MonekynspHo-reHeTuyecknm nccnenosaHmem ARSB.

« [pu ycTaHoBneHHoM MI1C VI noka3aHa noxunaHeHHas ®3T rancynb@asomn: 1 Mr/Kr BHyTPUBEHHO 1 pa3 B HEAENHO;
YpOBeHb Y6eANTeNbHOCTY pekoMeHaaLmMn 1, ypoBeHb JOCTOBEPHOCTM AOKa3aTeNbCTB — A.

+ HabnioeHne [oMmKHO 6bITb MyNbTUANCLUMNMHAPHLIM U MOCTOSIHHBIM; KOMMeKCHOe o6cnenoBaHune B
MHOrOMPOPUNIBHOM CTaLMOHape NpoBoaaT 1 pa3 B 6-12 MecALEB B 3aBUCUMOCTU OT TSKECTU COCTOSHUS.

« [py CTeHO3e WeNHOro oTaeNa onepaLmio AEKOMNPECCUU CrefyeT BbINOMHATL 0 NOSABNEHUA HEBPOIOr NYeCKMX
CUMMTOMOB; €e pacCMaTPMBAIOT faxe 6e3 CUMNTOMAaTUKK, ECIW CarnTTalbHbIM AMaMeTpP NO3BOHOYHOMO KaHarna
yMeHblUeH 6onee yem Ha 50%.

. ﬂﬂaHOBYIO BakKLUMHaLMIO NPOBOAAT MO HaUMOHanbHOMY KaneHaapto 1 KaneHaapto no annaeMmnyeCkmnM rnokasaHnAaM,
OTAENBHO OTMeYeHa Heo6X0AMMOCTb BakUMHaLMMK npoTmB NMHEBMOKOKKOBOW NHOEKLMU U rpunna.

OunarHocTuka

1. 3anopo3puts MIIC VI npu codeTaHum HU3KOro pocTa, FPy6bIX YepPT NnLa, TYrOonOABMXKHOCTM CYCTaBOB, CKENETHbIX
nedopMaLni, YaCTbiIX pecnmpaTopHbIX 3a601eBaHNM, CHUXEHWS CIyXa Uy 3peHns, FPbiX, MOMYTHEHWS POrOBULLbI,
arHo3 CHa ¥ OTArOLLEeHHOro CEMeNHOro aHamHe3a.

2.T1pn 0OCMOTPE OLLEHUTb POCT, YEPTbl 1LLE, MOABUXHOCTb CYCTaBOB, NPO3PaYHOCTb POrOBULLbI, Pa3MEpPbl MeYEHN 1
Cenes3eHKn, HanMume rpbix 1 CEpAEYHbIX LLIYMOB.

3. OnpenenuTb ypoBeHb Al B MOYe Y MaLMEHTOB C KIMHUYeCKUMM npuaHakamu MIC: npu MINC VI xapakTtepHo
MOBbILLEHWE IKCKPELIMM AepMaTaHCynbdaTa. YpoBeHb AT KOHTPONMPYIOT AnHammyeckun 1 pa3 B 6 Mecaues; YYP C,
yons.

4. OnpenennTb akTUBHOCTb apuicynbdaTasbl B B BbICYLWEHHBIX NATHAX KPOBU UK Na3Me; OAHOBPEMEHHO U3MepSIoT
aKTWMBHOCTb ApYrux cynbdaTtas Ang UCKMNIOYEHUS MHOXECTBEHHOM CynbdaTta3Hon HegocTaTtouHocTw. YYP C, YO 5.

5. MNpW CHUXEHHOM aKTUBHOCTU apuncynbdaTasbl B BoINONHUTE MONEKYNSpHO-reHeTudeckoe nccrnenosaHve ARSB;
naToreHHble UM BEPOATHO NaTOreHHble BapUaHTbl B FOMO3UIOTHOM IO KOMMayHA-reTEPO3UrOTHOM COCTOSIHUN
noaTeepxgatoT anarHoa. YYP C, YOO 5.

6. Ing oLLEeHKM NopaxeHna opraHoB NPOBECTH NpodunbHoe obcnenosaHune: Y3W nnu MPT/KT 6ptolHOM NOMoCTy,
nccnenosanuna cepaua, ®BJ, nonmcoMHorpaduio nnm KapamopecnmpaTopHbii MOHUTOPUWHT, MPT/KT ronosHoro
MO3ra U1 LWenHOro oTaena No3BoHOYHMKa, 0PTanbMONoOrniyecKoe 1 ayanonormyeckoe obcneoBaHums.

7. AnddpepeHumpoBaTh 3abonesanHue ¢ apyrumm tunamm MrC, anbpa-mMaHHO31O030M, NO3AHUMM GOpMamMM
raHrN1o3na030B, MyKONUMMAO030M, HENHDEKLMOHHBIMU MONMaPTPUTaMM U aNUOU3apHbIMU AUCINA3NAMM.

IleueHue

« MpooanTb ®3T rancynbdason NOXU3HEHHO: 1 MIr/Kr BHYTPUBEHHO 1 pa3 B Hefento, MHQY3ns ANUTCA 4 yaca.
Mpenapat pa3soaaT B 0,9% pacteBope HaTpus xnopuaa: 100 Mn npu Macce Tena fo 20 Kr BKYMTENbHO 1in 250
MN npu Macce 6onee 20 kr; 2,5% pacTBopa BBOAAT B MEPBLIN YaC, OCTanbHOE — 3a nocnenytolime 3 yaca.
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« [pK HEXenaTenbHOM peakumm MHOY3UI0 NpekpaLlaoT A0 CHE3HOBEHNS CUMMNTOMOB, 3aTEM BO30OOHOBNSAOT CO
CKOPOCTbIO BOBOE HUXeE NpexHewn. [Npr aHadunakTonaHom v aHadunakTuyeckom peakLmm MHPY3uio
HeMeAIeHHO NpeKpaLlatoT 1 MPOBOAAT HEOT/IOXKHOE NleveHne; TAXenasa HeKOHTPoIMpyemMas peakLums
rMNepyYyBCTBUTENBHOCTU ABNASTCA NPOTUBOMNOKA3aHNEM K MOBTOPHOMY MPUMEHEHMIO Npenapara.

Annepruyeckme peakum Ha MHOY3MIO nedaT No nokas3aHUsaM aHTUrMCTaMUHHBIMW CPeACTBaMU CUCTEMHOTO
LEeNCTBWS, NapaLLEeTaMOnoM Unm MynpodeHOM U/ CUCTEMHBIMK KOPTUKOCTEPOUAaMU, BKIKOYas NpeAHN3010H
unun gekcameTtasoH; YYPC, yOO 5.

[ns KoppeKkLmn opToneANUEeCKmX HapyLLEHUN MPUMEHSIIOT NeYebHyIo GU3KYyNbTYpY, GU3nonpoLenypbl 1
opToneanyeckune ycTponcTaa. 1o nokasaHnsaM BO3MOXHbI SHAONPOTE3MPOBaHWE Ta306eapeHHOr0 UM KONEeHHOro
CyCTaBa 1 Koppurupytowme octeotomuu; YYP C, YO 5.

[Npu cTeHO3e LWenHOro oTAena BbiNOMHAT AEKOMMNPECCUIO CIIMHHOMO MO3ra; Npw CoobLLatoLWenca rnagpoLedanmim
C NPOrpeccupyoLLmMM YBENUYEHNEM Xery0UKOB 1 MOBbILLEHWEM AaBNeHUS LepebpoCrnvHanbHOW XUOKOCTH
NnokasaHO BEHTPUKYIO-NePUTOHeansHoe WyHTupoBanue; YYP C, YO 4.

[Npr 06CTPYKTUBHOM arnHO3 CHa, 3KCCydaTUBHOM OTUTE, 3aTPYAHEHMN HOCOBOIO [AblXaHWA 1 PELMONBUPYIOLLMX
NMHDEKLMAX BEPXHUX [bIXaTENbHbIX MyTew No NokasaHWsaM NPOBOAAT aAeHONASKTOMMIO, TOH3UMISKTOMMIO U/MNK
WYHTUPOBaHWe 6bapabaHHbIX NONOCTeN, MPeanodTUTENIbHO SHAOCKONMYeCKUMm MeTodamu; YYP A, YO 2.

3anopbl nevaT AMeTUYECKUMU MEePONPUATUAMMK, [OCTATOUHOW rMapaTaument U cnabutensHeiMmM cpeacTesamu. MNpu
XPOHUYECKOW HEMPOMNaTUYECKOM BOMM UCMONb3YIOT NPOTUBO3NUNENTUYECKME NPenapaThl C UHAMBUAYATbHbIM
noAbopOM A03bl M aHTUAENPECCAHTHI, B TOM YACE BHE MHCTPYKLMM MO PELLEHNo BpadebHown kommnceumn; YYP C,
yOAOS.

Peabunutaumio NOABUPAIOT MHAMBUAYANBHO AN5 NoAAepXaHWA QYHKLUMIA ONOPHO-ABUraTeNIbHOW, CEPAEYHO-
COCYOMCTOW U OblXaTeNnbHOW CUCTEM, OB1erYeHns 60NN 1 yryudlleHns KauecTBa XMU3HW; B NPOrpaMMy MOy T
BXOOWTb nedebHas GU3KynbTypa, Maccax, 3aHATUA B BOAE, MCUXOonornyeckas 1 coumanbHasa nogaepxka. YYP B,
yanos3.

Korpa HanpaBuUTb U KakK Ha6bnoaatb

- [NaHoBas rocnuTanu3aLums Hy>XXHa 4ns AMarHOCTUKM UNW NeYeHns], TPeBYoLWmMX KPYrnoCyTOUYHOro HabnoaeHus,
BK/IOYas onepaLLmm Ha CycTaBax 1 MO3BOHOYHMKE, 8A€HOUAIKTOMUIO, TOH3UNNBKTOMMIO, LWYHTUPOBaHWe
H6apabaHHbIX NOMOCTEN, HEMPOXMPYPrUYECKYIO AEKOMMNPECCHIO U KOPPEKLIMIO CepaeYHO-COCYAMCTON NaTonornm.

- focnnTanM3npoBaTh NIAHOBO CneayeT Takxke Npy HEBO3MOXHOCTU NPOBOANTL P3T aMbynaToOpHO UNn B
CTaLMOHapO3aMeLLatoLLMX YCNOBUSX, @ TakXe Koraa HeobxoanMbl 06cnefoBaHus Un aKCnepTu3bl C
OVHaMUYeCK1M HabioaeHNEM.

« OKCTpeHHasa rocnuTann3aumns nokasaHa npu OCTPbIX 3ab0neBaHuaX, 060CTPEHUM XPOHNUYECKOW NaTONOrnu,
TpaBMe, OTPaBMEHNUM, YTPOXAIOLEN XU3HW peakUmm Ha MHPY3UIO, LLIepPBUKanNbHOM CTEHO3e C KOMMPECCHEN
CMMHHOMO MO3ra N HE0HXOANMOCTU MHTEHCUBHOW Tepanuu.

» Onepaumu c aHecTe3nen cnefyeT NPOBOANTL B KPYMHbIX MEANLMHCKUX LleHTpax C OTAeNeHeM peaHnMaLmm 1
WHTEHCMBHOW Tepanum 13-3a puUcka CNoXHOW MHTYBaLLmMmM 1 aKCTybaLmn, HeCTabubHOCTM aTNaHToaKCHanbHOro
CycTaBa 1 KOMMpeCccuu CIMHHOrO Mo3ra.

« [Tocne ycTpaHeHWsa yrpo3bl XU3HW 1 OCTIOXHEHNIA, CTabUNN3aLLMM COCTOAHNS M OCHOBHbIX KITMHUKO-NabopaToOPHbIX
nokasaTesnen, Mpy OTCYTCTBUM HEOHBXOANMOCTHM B KPYrTOCY TOYHOM HabnMioAeHWUN NaLMeHTa MOXHO BbIMUCaTb.

YacTble BOnpochl

Kak nogreepantb MIC VI?

Hy>xHbl aHanu3 FAlT Mo4K, onpeneneHne akTMBHOCTM apuncybdaTasbl B ¢ MCkniouYeHneM MHOXeCTBEHHOM
cynb®aTa3Hon HeJOCTaTOUYHOCTU U UCCnefoBaHne reHa ARSB. MonekynapHo-reHeTu4eckoe UccnefoBaHne
NPOBOAAT MPWU CHUXKEHHOW aKTUBHOCTWN PEepMeEHTa.

Kakas cxema ®3T npu MI1C VI?

lancynbdasy BBOAAT BHYTPUBEHHO B 03 1 Mr/Kr 1 pa3 B HeAenNo B TeYeHne 4 4acos. JledyeHune NpoBoadaT
MOXM3HEHHO, a pe3KMe NepepbiBbl HEXenaTe bHbI.

YTo genaTb Npu peakumm Bo BpeMs MHOY3UKU rancynbdasbl?
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NHby3no ocTaHaBIMBaKOT [0 pa3peLleHnst CUMMTOMOB W 3aTeM BO30OHOBNSIOT C YMEHbLLUEHWEM CKOPOCTH BABOE. [pu
aHabwnakcum Unn aHadnNakToONAHOW peakLmn BBeAeHWE HEMEANIEHHO NPEKPaLLaoT U HAUMHAIOT HEOTIOXHOE
neyeHve.

Korpa HyxHa onepauus npuy nopaxeHwu LWelHoro otaena?
Mpv OMarHOCTUPOBaHHOM CTEHO3€ BhINOMHSIOT AEKOMMPECCHIO CMIMHHOIO Mo3ra. OnepaLuio cneayeT paccMaTpuBaTh

naxe 6e3 HEeBPONOrnM4yeCcknx CUMNTOMOB, eCnn carnTTanbHbIN OvamMeTp NO3BOHOYHOI O KaHana yMeHblUeH 6onee yem
Ha 50%, MOCKO/JIbKY BMeLWaTeNbCTBO XenaTes/ibHO A0 Pa3BUTUA HEBPOTOrMYECKMNX HapyLueanZ.

Kak 6e3onacHo NnpoBoANTb aHeCTe3unio y nauueHTa ¢ MrMC VI?

Hy>XHO yunTbIBaTb HECTABUNIBHOCTb aTNaHTOAKCHaNbHOro CycTaBa, KOPOTKYIO LELD, OFpaHNYEHHOE OTKPbIBaHUE PTa,
MaKpOrfoCCuio U rMNepTpodUIo afeHOVA0B U MUHOaNWH. MNepef BMeLaTenbCTBOM HEOH6X0ANMbI KOHCYNbTaLmMm
NPO®UIbHBIX CNELMANMCTOB K MOMHOE KapAnonornyeckoe obcnefoBaHme; onepaLmio NpoBoaaT B LLeHTpe ¢ OPUT.

Bbik1MKa cienaHa no TeKCTy pekoOMeHAaLIMM 1 He 3aMeHsIeT ero. MonHbIN opuLmanbHbIN TEKCT, KanbKynaTopbl 1 COKPaLLEHHas BEpPCHS:
https://iukonaceyeHosa.pd/cr/395-mukopolisaharidoz-tip-vi. OpuumansHbI MICTOUHKK: https://cr.minzdrav.gov.ru/preview-cr/395_3
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