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Mykononucaxapvaoos Tuna | — HacrneACTBEHHasd ay TOCOMHO-PELLECCUBHASA NM30COMHas 60NE3Hb HAaKOMIEHNA 13-
3a feduvumta anbda-L-naypoHnaassl, mpy KOTOPOK NMopaxatloTCH CKeneT, HepBHas, cepaedHo-cocyancTas,
OblXaTenbHasa 1 Apyrue cuctembl. PekoMeHgaums nocesLleHa noaTBepXaeHuo AnarHo3a,
HEepPMEHT3aMECTUTENBHOM M CUMITOMATUYECKOW Tepanmu, XMpypruyeckomn TakTUKe U ANUTENbHOMY
MYNbTUANCLMANNMHAPHOMY HabMIOAEHWIO; CUMHOPOM ypriep B Hel He paccMaTpUBaETCA, MOCKOSbKY MOAPO6HO
onucaH B pekoMeHJaumax no MIMC | Tuna y geTen v He BCTpevaeTCs y B3POCHbIX.

naBHOe

 BoigensioT Tpu oeHoTuna MIIC | Taxensin cuHOpoM 'ypnep, MpoMeXyTouHbIM cCUHOPOM ypnep—LLUene v nerkum
cuHgpom Lewne. [1na MArknx popm xapakTepHbl N1LLEBbIE AMCMOPdUM, TYrOMOABUXKHOCTL CYCTaBOB, AN30CTO3b,
HW3KOPOCIOCTb M NMOMYTHEHME POrOBULLbI; BO3MOXHbI KapaANO-PEeCNMPaTOPHbIE U HEBPOIOrNMUYECKNE OCMOXHEHMS.

MIC | HacnenyeTcsa ayTOCOMHO-PeLLeCCUBHO; reH IDUA, kogmpytowmm ansda-L-1aypoHunaasy, pacrnonoxeH B
obnactu 4p16.3.

MoATeepxaeHne gMarHo3a CTPOMTCA Ha COMEeTaHNM KIIMHUYECKUX JaHHbIX, onpeaeneHns Al B Move, akTUBHOCTM
anbda-L-maypoHnaasbl U MonekynapHo-reHeTnyeckoro nccnenosaHms IDUA.

[lNs OLLeHKM OCMOXHEHW NPU NEPBUYHOM 06CNEe0BaHMN HYXHbl UICCNENOBaHWs CepALLa, AblXaHWs, CMyXa, 3peHus,
KOCTHOW CUCTEMBI, NepUdepryYeckrx HEPBOB, FONMOBHOMO U CMIMHHOIO MO3ra.

JNapoHnpasy Ha3HavaloT naumeHTam ¢ MINC |, He NnepeHeCLUMM TPpaHCMNIaHTaLMI0 FeMOMNO3TUYECKMX CTBOOBbLIX
KNeToK, AN 3aMeneHUsa NPorpeccupoBaHns 60NE3HN, YMEHbLLIEHWA NMEYEHN N CENE3EHKM, YNyULleHNS QYHKLUN
cepaua v CHkeHWs akekpeuwn FAT (YYP A, YOO 2).

[Mpuv nosiBNeHUr NOBOYHbBIX annepruyeckmnx peakLm B npouecce nHdy3sumn 3T NpoBOAAT MEAMKAMEHTO3HYIO
npemMeankaumio aHTUrMCTaMUHHBIMW CPEACTBaMU U/UNN aHanbreTukaMmn-aHTUNMpeTMkamMun C nocnenyroLLen
MHOY3Men napoHnaasbl; NPy HEO6XOANMOCTU MOTYT MPUMEHATLCA CUCTEMHbIE KOPTUKOCTEPOUIbI (YYPA, YOO?2).

[ekoMnpeccuio MO3BOHOYHOI O KaHana crefyeT paccMaTpuBaTh MpU CTEHO3e WenHOro oTaena faxe 6e3
HEeBPONOrMYEeCKNX CUMMTOMOB, €CIW CarnTTabHbI AMaMeTp KaHana yMeHbLUeH 6o1ee Yyem Ha 5096, NoCKonbky
KOMMPECCUSt CMMHHOIO MO3ra MOXET NPUBECTU K HEOBPaTUMOMY AEDULNTY.

OunarHocTuka

1. 3anono3putb MIC | Ipy HaNUYUM HU3KOPOCMIOCTU, FPYBLIX YEPT 1L, TYrONOABUKHOCTU CYCTaBOB, IM30CTO30B,
MOMYTHEHMA POrOBULLbI, FPbIX, YACTbIX PECNMPATOPHbLIX 3a60NeBaHWI, anHO3 CHa, YXYOLEHWUS Cryxa Uin 3peHns,
CNaboCTW N HapyLWEHWA NOXOAKW; YTOYHUTb CEMENHbBIN aHaMHE3 1 BNTM3KOPOLACTBEHHbBIN BpaK.

2. |_|pl/l OCMOTPE OLLEHUTb NMNLLO 1 POCT, NOABMXHOCTb CyCTaBOB, POroBuLLY, pa3Mepbl NeYvYeH 1 Cene3eHkn, Hanndme
MaxoBO-MOLIOHOYHbBIX U MYMOYHbIX FPbIX.

3.Onpenenutb Al B MOYE Y NALMEHTOB C KITMHUYECKUMU Npr3Hakamm MIC: oxumaaeTcs NoBbiLeHne CyMMapHOm
3KCKpeLuun, AaepMaTaHcynbdaTa 1 renapaHcynbparta; npu nerkon GopmMe nosbILLEHNE MOXET 6biTb HEGONbLUNM
(YYPC,vO0d4).

4. OnpedennTb akTUBHOCTb anbda-L-naypoHnaasbl B NATHaX BbICYLEHHOM KPOBU METOLOM TaHOAEMHOW MacC-
CMEeKTPOMETPUU; CHUKEHWE aKTUBHOCTM ABNAETCA OCHOBHbLIM NlabopaTopHbIM Kputeprem MMC | (YYP C, YOO 4).

5. T1py CHUXEHHOM aKTUBHOCTU GepMeHTa BbINOMHUTL CekBeHnpoBaHue reHa IDUA no CeHrepy Ans noaTsepXxaeHns
AvarHo3a Ha MoneKynapHO-reHeTUYECKOM YPOBHE U Mocreaytollero o6¢cnenosaHusa poacTeeHHmkos (YYP C, vOO
4).

6. Mpu NepBrUYHOM 06CNENOBAHUN OLLEHWUTb OPraHbl-MULWEHW: BbINONHWUTL Y3 nnn MPT/KT 6ptoLlwHOM NON0CTH,
peHTreHorpaduio ckeneta, MPT no3soHouHKWKa, SKI™ 1 OxoKT, nccnegoBaHue AbixaTensHOM QYHKLUN,
ayavoMETPMIO M TUMMaHOMETPUIO.
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INeueHue

« lapoHnaasy BBOOAT BHYTPMBEHHO 1 pa3 B Heaento B fo3e 100 EA/kr. HavanbHasg ckopocTb — 2 E[/Kr/y; npu
XOPOLLEN MEePEHOCUMOCTH €& MOXHO MOBbIWAaTb Kaxable 15 MUHYT MakcuMyM A0 43 E[1/kr/4, BBOASA BECb 06beM
npuMepHo 3a 3-4 vaca.

®3T npoBOAAT NPU OTCYTCTBUM NMPOTUBOMNOKA3aHUN 1 HE NPEpPLIBAOT 6€3 HEOHXOANMOCTU: HapyLLEHWEe MHTEePBanoB
Mexay MHPY3UAMM CBA3AHO C PUCKOM YXYALLIEHNA COCTOAHNSA U MPOrPeCCMPOBaHNS CUMNTOMOB. B3pocbiM
neproanyeckun OLLEHMBAIOT KIMHUYECKue nposasneHus, AT Moun 1 aKTMBHOCTb anbda-L-naypoHnaassl He pexe
O[HOro pa3aBrog.

Mocne TpaHCnNaHTaLMM FeMOMO3TUUECKMX CTBOMOBLIX KNETOK NApOHMAA3Y HAa3HAYaloT UK KOPPEKTUPYIOT Mpu
HW3KOWM aKTUBHOCTY anbda-L-1aypoHMaasbl; y TaKMX NaLUMEHTOB NMOBOAOM AN paccMoTpeHus O3T Takxe cryxaTt
NPOrPECCUPOBaHNE CUMITOMOB U yBenuueHue MAI B move (YYP C, YOO 4).

Mpu nosBneHUr NOBOYHBIX peakLmi B npoLecce MHPY3nn @3T MOryT NPUMEHATLCA CUCTEMHbIE aHTUIMCTaMUHHbIE
CpeacTsa n/unu aHanbreTUKM-aHTUNMPETUKY C nocneytowen MHy3uen napoHnaassl; Npu annepruyeckmnx
peakLsX MOryT MPUMEHATHCS CUCTEMHbIE KOPTUKOCTEPOW b, HanpuMep npeaHnsonoH (YYP A, YOO 2).

Mpw HapyLLEHWUN MOTOPWKM XeNyA0UYHO-KULLEYHOrO TPakKTa BO3MOXHO Ha3HaueHWe NakTynosbl 15-45 M B CyTKU.
Snunencuio nevaT NPOTUBO3MUNENTUYECKUMU NPenapaTamu Mo CTaHAapPTHLIM PEKOMEHAALMAM; XPOHUYECKYIO
HenponaTuyeckyto 6onb — npenapatamu rpynnsl NO3AX nof KOHTPOEM HEBPOOra.

Onepauuio HeBpOnn3a 1 4eKOMMPECCUn HepBa BbINMOMHAOT MPY COXPaHHOM MHTENNEKTE U HapYLLEHUM QYHKLLMM
KMCTEN b0 Npu HapyLLEHUM HEPBHOW NPOBOAUMOCTHM Mo QHMI™. SHAONPOTE3MPOBaHKE Ta306e4peHHOro U
KONEHHOr 0 CycTaBa pacCMaTpMBatoT MPW NOKa3aHUsaX U OTCYTCTBUM 3G deKTa OT KOHCEPBATUBHOW Tepanuu.

BeHTpuKyno-nepuToHeansHoE LWYyHTUPOBaHWE NOKa3aHO Npv coobLuatoLencs ruapoiedanimn ¢
NPOrpeccupyoLLIMM yBENUUEHNEM Xenyaoukos no MPT n/vunu nosbllLeHeM AasneHns LLepedbpocnnHansHom
xuakoctu 6onee 250-300 cM BoA. CT. [lekoMnpeccuio NO3BOHOYHOIrO KaHasa NpoBoASAT MNpu AnarHOCTUPOBaHHOM
CTEHO3€ LWenHoro oTaena.

CvMNTOMaTUYEeCKOE NTeYeHne OCMOXHEHWIN BKITIOYaeT OPTONeanyecKyo KOPPEKLMIO C UCNONb30BaAHNEM NTe4ebHON
OU3KYNbTYPbI, GU3NONpoLLEeyp M OPTONEANYECKUX YCTPONCTB; TEPANUIO CEPAEYHbIX, AblXaTeNbHbIX,
ogTanbmonornyeckux, JTOP- 1 HeBPONOrMYECKNX HapyLLEeHWI NPOBOASAT MO COOTBETCTBYIOLMM KITMHUYECKUM
peKkoMeHOaLUmaM.

Korpa HanpaBuTb M Kak HabnogaTb

« MnaHoOBas roCnNUTanM3aLmns Hy>XHa, eCrnv AnarHoCTUKa UK NedeHne TpebytoT KPyrnocy TOYHOro HabnioaeHs,
BK/IOYaS OnepaLLmm Ha rpbixkax, CycTaBaX, MO3BOHOYHWUKE, adeHonaax, MMHAan1MHax, 4eKOMMNPeccuio npu
CVHOPOME 3anACTHOr O KaHana, yCTaHOBKY TPaHCTUMMaHUYeCKOro ApeHaxa 1 onepaLmmn Ha cepaeyHoO-CocyaMcTon
cucreme.

« locnuTanM3aums Takxe rnokasaHa npu HeobXoAMMOCTH BbICOKOTEXHOMOMMUYHOIO NIEYEHNS, KOHTPONA
apdekTnBHOCTN TICK, OTCYTCTBMM BO3MOXHOCTH 0becrnedeHns ®3T B aMBynaToOpHbIX M CTaLMOHapo3aMeLLatowmx
YCIOBUSAX MO0 BbINONHEHWS 06CNENOBaHNMN, HEBO3MOXHbIX aMOyNaTopHO.

+ OKCTPEHHO rOCNUTANU3NPYIOT MPU OCTPbIX 3a60NEBaHNAX, 0BOCTPEHUN XPOHNYECKNX BonesHewn, Tpasmax,
COCTOSAHUAX, TPEOYIOLUMX UHTEHCUBHOM TEpanum, NOHGOUHbLIX peakLMAX, MPONCXOAALLMX BO BPeMS MHPY3UK 1N B
TeYeHne [HA ee NpoBeaeHUs, a Takxe MNpu LLepBUKanbHOM CTEHO3€E C KOMMPECCHEN CMIMHHOMO MO3ra.

» Onepaumu c aHecTe3nel cneayeT NPOBOANTL B KPYMHbIX LIeHTPax C OTAENEeHWEM PeaHNUMaLIMN U MHTEHCUBHON
Tepanuu; n3-3a pucka aTnaHToakcmanbHOM HECTabunbHOCTH, TPYAHOW MHTYBaLMM U SKCTYHaLLMM NaLUEHTY
3apaHee HyXHbl KOHCYNbTaLMK KapAnonora, OTOPUHONAPUHIONOra, aHeCTE3MON0ra 1 HeBPOIora.

YacTble BOMNpoChHI
Kakne nccneposaHus okoH4aTenbHo noareepxaatot MIC |?

Hy>xeH komnnekc: FAl" Mo4un, akTUBHOCTb anbda-L-naypoHnaassl 1 MONEKYNapHO-reHeTuyeckoe nccrnenosaHue IDUA.
MyTaumm IDUA UcCcrneaytoT y NaLumeHTOB CO CHKEHHOM aKTUBHOCTLIO pepmenTa (YYP C, YOO 4).

KakoBa cTaHgapTHas cxema BBeeHWs napoHuMaasbl?

100 EA/Kr BHYTpUBEHHO 1 pa3 B Heaento. MHpy3uio HaunHatoT Co CKOpOCTH 2 ELI/Kr /4, mpu XopoLlen nepeHoCcUMOoCTH
NMOCTENEeHHO NoBbIWAaOT A0 43 EL1/Kr/4y; obLas NpOAOIXUTENbHOCTb BBEAEHNSA COCTaBNSET NPpUMepPHO 3-4 vaca.
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Kak yacTo koHTponupoBaTb Al MOUM M OCHOBHblE NabopaTopHbIe nokasaTenm?

[TAI” MOUM KOHTPONMPYIOT He pexe 0OHOro pa3a B 6 MecsueB. OBLLUMA aHann3 KPOBUM BLINOMHSIOT HE pexe 1-2 pa3 B rof,
a BUOXMMNYECKMIN aHaNM3 KPOBW NS OLLEHKM NeYeHn — Kaxable 6 MecsiLLeB.

Korpa npv MIC | Hy>Ha onepaums o noBoAy CMHAPOMa 3ansicTHOro kaHana?

HeBponus 1 aekoMnpeccuio Hepsa NPOBOAAT NPU HAPYLIEHNM QYHKLMW KUCTEN Y NaUMEHTa C COXPaHHbIM
WHTENNeKTOM B0 Npu HapyLLeHN HEPBHOW NpoBoaAnMOCTHM No SHMI. MNMocne onepauunn TpebyeTcs HabnioaeHne 13-
33 BO3MOXHOW MOBTOPHOW KOMMPEeCCcuu.

Kak 6e3onacHo npoBoaMTb aHecTe3unto y naumeHTta c MIC I?

HY>XHO yu4nTbIBATH PUCK KOMNPECCUM CMIMHHOMO MO3ra Npu HECTabUNbHOCTU aTIaHTOaKCHanbHOro CycTasa 1
TPYAHOCTU MHTYBALMM N3-3a KOPOTKOW LLIEW, OrPaHUYEHHOW MOABUXHOCTU HUXKHEN YEMIOCTH, YBEMUUYEHHOTO A3blKa 1
rmnepTpoduUM afeHOMA0B U MUHOaNWH. MNpeanoyTeHre OTAaT MECTHOMY UM PErMOHansHOMY 06e360MMBaHUIo, 8
onepauumn NpoBoAAT B LieHTpe ¢ OPUT.

BbIXu1MKa caenaHa no TeKCTy pekoMeHOaLUmMmn U He 3aMeHseT ero. MonHbI odULManbHbIA TEKCT, KabKyNATOPbI 1 COKPaLLEHHaa BEpCHa:
https://wkonaceyeHosa.pdp/cr/291-mukopolisaharidoz-tip-i. OduumanbHbIn MCTOUHKK: https://cr.minzdrav.gov.ru/preview-cr/291_2
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