LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

Mykononucaxapupos tvun Vi

KnuHnyeckue pekoMeHaaumm MuHaapasa Poccuu - B3pocrnble - peaakums 2025 1, ctaTyc «MpumeHaeTca» Ha 04.11.2026 - MKB-10: E76.2 -
Coto3 neguatpos Poccuu, AccoumaLimng MeamUmMHCKNX reHeTUKOB

Mykononucaxapvao3s VI Tuna (cuHaopoM MapoTo—/lamn) — peakas ayTOCOMHO-PELLECCHBHAA NIM30COMHAs
60ne3Hb HaKoMMeHWA C MopaXxeHWeM CKeneTa, AblXxaTenbHOM 1 cepaeyYHO-COCYANCTON CUCTEM, OPraHOB 3PEHUS U
cnyxa. PekoMeHpauumsi NocBsilleHa NoaTBePXAEHWIO AnarH03a, NOXM3HEeHHOM GepPMEHTHOM 3aMeCTUTeNbHOM
Tepanuu rancynb®ason, Ne4YeHUO OCIOXHEHWUM U NOCTOSAHHOMY MYNbTUOUCLUNIIMHAPHOMY HAbMOOEHWIO.

naBHOe

« MIC VI obycrnosneH gebuumtomM apuncynbbdaTasbl B, U3-3a yero HakannmeaeTcs AepMaTaHcynb@at. TUMUYHbI
HW3KMI POCT, OrpybreHne yepT NuLLa, TYronoABUXHOCTb CYCTaBOB, MHOXECTBEHHbIN AN30CTO3,
renaTocnneHoMeranus, CHUXeHWe Cyxa, nopaxeHue cepiua v ObiXxaTelbHON CUCTEMBI.

Mpwn MIMC VI nHTennekT 0bbl4HO He CTpadaerT.

HacnepnoBaHve ayTOCOMHO-peLLeccrBHOe; reH ARSB pacnonoxeH B obnactu 5ql4.

KnuHmnyeckme opMbl 06pasyioT KOHTUHYYM: TsxXenas obbluHO AebloTupyeT B 1-3 rofa, cpeaHeTsxenas — C 6 ner,
nerkasa — nocne 20 ner.

Y NauMeHTOB BbICOK PUCK O6CTPYKTUBHOMO arnHo3 CHa, KOMMPECCHM CIIMHHOO MO3ra Npu KpaHMoBepTe6paibHOM
CTEHO3e, KapnarbHOro TYHHENbHOrO CYHOPOMA, KranaHHOM NaTonorm cepaLa v CepaedHon HeJoCTaTOYHOCTM.

MoaTeepxaeHne anarHo3a TpebyeT CodeTaHUs KINMHUYECKUX JaHHbIX C uccrnenosaHemM MAlT MoK, aKTUBHOCTH
apuncynb®aTasbl B n MonekynspHo-reHeTuyeckmm aHann3om ARSB.

DepMEHTHYIO 3aMECTUTENBHYIO TEPaNMI0 NMPOBOAAT FrancyNbhason NOXM3HEHHO: T MI/KI BHYTPUBEHHO 1 pa3 B
Henento. MpenapaT BBOAAT B IEYEBHOM yUpEXAEHNUN.

MauneHTaM TpebyeTcs NOCTOAHHOE HabntoAeHWe; KOMMNIEKCHOE 06CnejoBaHNe B MHOrONpoO®UIbHOM
CTaumloHape NposoadaT 1 pa3 B 6-12 MecsLEeB B 3aBUCUMOCTU OT TAXECTN COCTOAHMS, OBbIYHO B TeueHue 10-14
oHewn.

13-3a pricka aTnaHToaKcHanbHOM HeCTabUNbHOCTH, KOMMPECCUM CMIMHHOIO MO3ra U TPYAHOW MHTY6aLmMm
aHecTe3uno cneayeT NPOBOAUTb B KPYMHBIX MEAULIMHCKMX LeHTpax ¢ OPUT nocne oLeHKW KapAvonorom,
OTOPWHONAPUHIONOrOM, aHECTE3WOOrOM 1 HEBPOSIOMOM.

OunarHocTuka

1. 3anono3putb MIC VI npu codeTaHum HU3KOro pocTa, rpybbix YepT Nnua, TyronodBMXHOCTH CYyCTaBoB,
nedopMauunii ckeneTa, NOMyTHEHUSA POroBULLbl, FenaToCcnIeHOMEranum, YaCTbiX peCnMpPaTOPHbIX 3a60neBaHUN,
CHUXEHWS Cryxa UNn anHO3 BO CHE; YTOYHUTbL CEMENHbIN aHaMHE3 1 Cnyydan 6rM3KopoACTBEHHOIO Bpaka.

2. |_|pl/l OCMOTpPE OLLEHUTb POCT, YepThbl NuUa, NOABMXHOCTb CYyCTaBOoB, NPO3PaYHOCTb POroBULbI, pa3Mepbl NeyYeHn 1
cenes3eHKun, Hanmume NaxoBO-MOLWOHOYHbIX U MYMOYHbIX MPbIX.

3. Onpepenutb MAl B MOYe Yy NaLMEHTOB C KIMUHUYECKMMM MpU3HaKaMn Mykornonncaxapuao3os. Ang MriC Vi
XapaKTepHO MoBbILLEHWE IKCKPELLMM AepMaTaHCynbdaTa; npu erkon Gpopme rosbillEHNE MOXET 6bITb HEGObLLINM
(YYPC,vOO4).

4. OnpefennTb akTUBHOCTb apuicynbdaTasbl B B nATHE BbICYLLEHHOW KPOBW METOLOM MY/IbTUMNIEKCHOrO aHanm3a
NTM30COMHBIX PEPMEHTOB; OJHOBPEMEHHO MCCNeaoBaTb Apyrue CynbdaTtasbl A5 UCKTIOYEHNA MHOXECTBEHHOM
cynbdaTasHon HegocTaTtouHocTvt (YYP C, YOO 4).

5. [py CHUXEeHHOM aKTUBHOCTU apuncynbdaTasbl B BbINONHUTL cekBeHWpoBaHue reHa ARSB no CeHrepy; npu
oTpuLAaTENBHOM pesybTaTe CTaHAapPTHOro aHanns3a MoryT noTpeboBaTbcs 60nee CroXHbIE MONMEeKynApHO-
reHeTuyeckue uccnenosanusa (YYP C, YOO 4).

6. Ang oLeHKN GYHKLIMOHaNbHOrO COCTOAHMA NeYeHM M OCHOBHbIX MapaMeTpoB KPOBETBOPEHWS BbINOMHUTb
BUNOXMMUYECKMI 1 OBLLMIA aHANM3bl KPOBMU.

7. 1N OLLeHKN CUCTEMHOIO NopaxeHus BuINONHUTL Y3W u/vunn KT/MPT opraHoB 6proLLHON NONOCTY,
peHTreHorpaduio ckeneta, MPT No3BOHOYHMKa 1 ronoBHOO Mo3ra, OKTI, OxoKI, xonTeposckoe
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MOHWUTOPUPOBaHWE, UCCneaoBaHve GyHKLMY BHELWHErO AbIXaHWS 1 TOHaNbHYIO ayaAMOMETPUIO; BbINONMHUTL SHMT,
303l 1 kKapavopecnpaToOpPHbIN MOHUTOPWHT.

8. MNpwuBneyb Bpaya-reHeTuka Ana gnddepeHumnansHO-anuarHoCTUYECKOr O MOMUCKa 1 BbIBopa MONEKYNAPHbIX
nccnenoBaHum.

9. InddepeHumpoBaTh 3abonesaHune ¢ apyrumm tunamm MIMC, anbda-mMaHHO3MA030M, NO3AHUMM hopMamMm
raHrIMo3na0308, MyKONMUMMAO30M, HEMHDEKUMOHHBIMW MONNapTPUTaMu 1 anndu3apHbIMU AUCNNasUAaMm.

INeueHue

« BecTu naupeHTa MynbTUANCUMNIMHAPHO C y4aCTUeM reHeTuKa unm cneumanncta no MrC VI, Hesponora,
Kapauonora, nynsMoHonora, raCTpoaHTeposnora, GusnorepanesTa U APYrux CNeLmanucToB No NoKa3aHusM.

HasHauaTb unu koppekTnposaTtb O3T rancynb®asom: 1 Mr/Kr BHyTPMBEHHO 1 pa3 B Heaento, MHPY3nst OKOOo 4 4yacoB
nnu gonblue. Npenapat pa3soadaT B 0,9% pacTeope HaTpus xnopuaa; oébem — 100 mi npu Macce Ao 20 krn 250 mn
npu mMacce 6onee 20 kr. [MNepBble 2,5% o6bemMa BBOOAT 3a MePBbI Yac, OCTaBwmecsd npuMmepHo 97,5% — 3a
cneayiowwe 3 Yaca. Tepanus NpoBOANTCS exeHenenbHo NoxusHeHHo (YYP A, YOO 2).

HenocpencTBeHHO Nepea Kaxaomn nHdy3nen HazHauyaTb CUCTEMHbBIE aHTUMMCTaMUHHBIE CPEACTBA B COYETaHUM C
LPYrMMU aHanbreTVkamu U aHTUnnpeTukamu. Mpu HOY3MOHHOM peakLLMm OCTaHOBUTb BBEAEHME 10
MCYE3HOBEHMSA CUMMTOMOB, 3aTEM BO306GHOBUTbL €r0 CO CKOPOCTBIO BABOE HUXE; NPY Pa3BUTUK anneprudeckmx
peakLMit MOryT MPUMEHSATBECSA MPOTUBOPBOTHbIE CPEACTBA U CUCTEMHbBIE KOPTUKOCTEPOUbI, HanpUMep
NpeaHW30MOH.

OCNOXHEHWS NEYNTb MO NPODUIBHBIM KITMHUYECKMM peKOMEHAaLMAM: HdeKLMN JTOP-opraHoB 1 AblxaTenbHbIX
nyTen — CUMNTOMaTUYECKM M aHTUBaKTEPUAnbHO, ANUMNENCUI0 — CTaHAAPTHBIMW MPOTUBOSNUNENTUYECKUMM
CXemMaMu, apTepuanbHyo rMNepTeEH3NI0 — aHTUIMNEPTEH3MBHOM Tepanmuen, CEpASYHYI0 HEAOCTAaTOYHOCTb — MpU
ydacTum MynbTUANCUMNINHAPHOM KOMaHAbI.

[na opToneanyeckon KoppekLmMm NCNOMb30BaTh NeYebHYI0 GU3KYNbTYPY, GU3MONpPOLLEnyPLl M OpToneauyeckme
yCTpoWcTBa. 10 Noka3aHUAM BbIMOMHAT XMPYPrdeckoe NeveHme KapnanbHoro TYHHENbHOro CUHAPOMA,
KOppUr1pyloLLme OCTEOTOMUN U SHAOMNPOTE3MPOBaHME Ta306e4pPEHHOI O UMW KONEHHOrO CyCTaga.

HeBponu3 1 oekoMnpeccuio HepBa BIMONHATL NPU HaPYLWEHUM GYHKLMW KUCTEN UM HAPYLLEHWUN HEPBHOM
npoBoaMMOCTv o SHMI (YYP C, YOO 4). Mpu AMarHoCTUPOBaHHOM CTEHO3€E LIEMHOMO OTAeNa NO3BOHOYHMKA
CnefyeT paccMaTpuBaTb AEKOMMIPECCUIO MO3BOHOYHOMO KaHana; onepaumio CnefyeT paccMaTpusaTh faxe 6e3
HEBPOMOrMYECKON CUMMTOMATUKM, ECNM CarnTTanbHbIN AMaMeTP KaHana yMeHblleH 6onee vem Ha 50% (YYP C,
vOo 4).

Mpw coobuatolencs rmapoLedanim C MPOrpPeCcCUpyOLLIMM YBENUYEHUEM XeNyLo4KOB Mo MPT n/vnv nosbilLeHneMm
[aBneHus LepebpocnunHanbHOM XmnakocTu 6onee 250-300 cM BOAHOIO CTOMN6a BbIMNOMHATL BEHTPUKYIO-
nepuToHearnbHoe WyHTuMposaHue (YYP C, YOO 5).

KoHTponuposaTb addekT ®3T ¢ nomoLLpbio onpeaeneHnsa FAl Moun He pexe 1 pa3a B 6 MecAaueB 1 6-MUHYTHOIO
TecTa € XoAbb0oW y CaMOCTOATENbHO XOAALLMX NaLMEHTOB, €CNW TECT HE BbINONHANCA nocneaHve 6 Mecsues (YYP

C vOoa4).

Korpa HanpaBuUTb U KakK Ha6bnoaatb

- [naHoBoO rocnmTann3npoBaTb ANA AMarHOCTUKN UNN NEYEHNS, Tpe6y}OU_lMX Kpyrnocyto4Horo HabnaeHus,
AKTMBHOIO neYvYeHnda n onepal_wu?l, BbICOKOTEXHOIOMMYHOM MOMOLLN, npoeeneHns 3T NP1 HEBO3MOXHOCTU
aMbynaToOpPHOrro 1u CTaLMoHapo3amMeLLaloLLero BBEAHWS, a TakxXe 3KCNepTun3 1 06¢cnefoBaHni, HEOOCTYMHbIX
amMbynaTopHo.

OKCTPEHHO rOCNUTaNM3nPOBaTb NPU OCTPbIX 3a60M1EBAHUSIX, 0GOCTPEHUN XPOHUYECKMUX GONE3HEN, OTPABNEHNSX,
TpaBMax, COCTOSIHUSIX, TPEBYIOLWMX MHTEHCUBHON Tepanmu, TSXENbIX peakLmnax Ha MHOY3mo O3T 1 LLepBrKanbHOM
CTEHO3€ C KOMMpPeccuew CNMHHOro Moara.

HanpaBnaTb K HEMPOXMPYPry Npy rapoLLedaniu, CTEHO3E LUEMHOMO OTAENa MO3BOHOYHMKA, MPU3HaKax
KOMTMPECCUM CMIMHHOMO MO3ra U KapnanbHOM TYHHENbHOM CUHAPOME C HapyLUeHUeM GyHKLMN KUCTEN NMbo
NPOBOAMMOCTM HEPBA.

OnepaLmm C aHeCcTe3nen NPOBOAUTL B KPYMHbIX MEAMLMHCKMX LLeHTPaX C OTAENEHNEM PeaHUMaLLUK 1
WHTEHCWBHOW Tepanuu 13-3a pucka TPYAHOW UHTYBaLmK, 3KCTY6aLLmMM 1 KOMMAPECCUM CTIMHHOIO MO3ra.

MpoBOONTL KOMMNEKCHOE 06CNefoBaHE B MHOTONPOGUIIbHOM CTaumoHape 1 pa3 B 6-12 MecAueB; ONUTENbHOCTb
npebbiBaHmsa coctasnaet 10-14 aHen.

LLikona CeveHoBa - WkonaceyeHoBa.pd/cr/293 - yuebHas BbXMMKa, CBEPANTECH C 0PULMabHbIM TEKCTOM KP 213



YacTble BOonpochl

Kaknmun nccnegosanuamm nogreepxgatoT MINC VI?

OnpegenstoT A" MOuK, 3aTEM aKTUBHOCTb apuicynbdaTtasbl B B NATHe BbICyLLEHHOW KPOBU. [Py CHUXEHHON
aKTUBHOCTM BbINOMHAOT CekBeHNpoBaHWe ARSB; AnarHO3 yCTaHaBMMBAKOT MO COBOKYMHOCTU KITUHUYECKMX,
BUOXUMUYECKMX U MONEKYNAPHO-TEHETUYECKMX OaHHbIX.

Kak BBoasiT rancynbgasy npu MIC VI?
lancynbdasy BBOOAT BHYTPUBEHHO B [o3e 1 Mr/kr 1pa3 B Hegento. NHdy3na AnnMTca oKoMo 4 4acoBs nnv gornbLue,
NPOBOAUTCA B TEYEOHOM yUpexaeHn U NPOLAOMKAETCH eXeHeOeNlbHO NOXU3HEHHO.

Kak yacTo KOHTpoOnNMpoBaTb CEPALE U AbIXxaHWe?

OKT™ 1 OxoKI™ npoBOAAT perynapHo, He pexe 1 pa3a B 12 MecqLeB; XONTEPOBCKOE MOHUTOPUPOBaHWE TakXe
BbLINOMHAIOT He pexe 1pa3a B 12 MecdLeB. [1n BbIABNEHWSA anHO3 CHa KapaAvopecnpaTopHbIi MOHUTOPUHI Uu
nonvcomMHorpaduio NPOBOAAT He pexe 1 pa3a B roa.

Korpa Hy>Ha onepauusi npy nopaxeHn1 No3BOHOYHMKa?
Mpw AMarHOCTMPOBAHHOM CTEHO3E LWEHOro OTAeNa NO3BOHOYHMKa CrielyeT paccMaTpuBaTh MUKPOXMPYPrndeckyto
Lekomnpeccwuio. Ee cnenyeT paccMaTpuBaTb faxe 6€3 HEBPONOrnMYeckmnx CUMNTOMOB, ECMN CarnTTanbHbIN AnaMeTp

NMO3BOHOYHOO KaHarna yMeHblleH 6onee yem Ha 509, NOCKONbKY CAaBNEHWE CMMHHOMO MO3ra MOXET NPUBECTU K
HeobpaTUMbIM HEBPONOrNYECKUM HaPYLLUEHUSM.

Kakune Mepbl 6e30MacHOCTH HYXHbl Nepef Hapko3oM?

Hy>XHO yunTbIBaTbL aTNaHTOaKCHarbHYO HECTabUMbHOCTb, OFrpaHNYEHME OTKPbIBAHWS PTa, YBEMUYEHME A3bIKa U
rMnepTpoduio aaeHonaoB U MUHAANVH. [leped BMelaTenbCTBOM He0BX0AMMbl KOHCYNbTaLLMW Kapamnosora,
OTOPVHOMAaPWHIONOra, aHecTe3nosora u HEBPOora; onepaLLmio NPoBOAAT B LLeHTpe ¢ OPUT.

BbIXuMKa caenaHa no TeKCTY pekoMeHAaLmMmn U He 3aMeHsieT ero. MonHbI opULManbHbIi TEKCT, KanbKyNaTOPbl 1 COKPaLLEHHasa BEpCHs:
https://iukonacedeHoBa.pd/cr/293-mukopolisaharidoz-tip-vi. OpuumanbHbIM UICTOYHWK: https://cr.minzdrav.gov.ru/preview-cr/293_2
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