LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

Mykononucaxapupo3s tun ll

KnuHnyeckue pekoMeHaaumn MuHaapasa Poccun - neth - pefakums 2026 r., ctatyc «MpumeHaeTca» Ha 04.11.2026 - MKB-10: E76.1 - Coto3
neamatpos Poccuu, AccoLmaumsa MeMLMHCKMX FEHETUKOB

Mykononucaxapvao3 |l Tvna (CMHOpoM XaHTepa) — peakoe X-CLenneHHoe NM30CoMHOe 3aboreBaHie
HaKOMEeHWS, BbI3BaHHOE AedUUMTOM DepMeEHTa MAYPOHAT-2-CynbdaTasbl. XapakTepu3yeTCcs Nporpeccupyowmnm
nopaxeHnem MHOIrMX OPraHoB 1 CUCTEM, BKITIOHaA HEBPOOrMYECKNE, KOCTHbIE, CepaeyHO-COCYANCTbIE U
pecnupaTopHble HapyLUeHWs. B pekoMeHOaumax U3noxeHbl NoAxXoAbl K AMarHOCTUKE, MaToreHeTUYeCKoMy
neyeHno GepMeHTO3aMeCcTUTENBHOW Tepanmnen 1 CUMNTOMaTUYECKOMY NEYEHUIO NS 3aMeANeHns
NPOrpeccupoBaHnd 1 yry4lleHNa KayecTBa XU3HN NaLMeHTOB.

naBHOe

« MIC Il BcTpeuaeTcs c yactotom 1:140000-1:156000 mBbIX HOBOPOXAEHHbBIX Manb4YnKOB; HACNeayeTCH Kak X-
CLLeNNeHHbIN PELLECCUBHBIV MPU3HaK, nopaxas NpenMyLLeCTBEHHO MarbYnKOB.

BbioensioT Ase GopMbl: Tsxenyto (HEMPONaTUUECKYH) C KOrHUTUBHBIM AEDULIUTOM, HaunHaoWwmMes ¢ 1,5 net
(~75% cny4aeB), v yMEPEHHO-TSXENYIO (HEHENPONATUYECKYHO) C 6onee MeanNeHHbIM NPOrPECCHPOBaHVEM.

[rarHocTuka: onpenenerHue yposHs Al B MOYe, aKTUBHOCTU MAYPOHaT-2-CynbdaTasbl B KPOBU M MOMEKYAPHO-
reHeTu4eckoe BbligBreHue mytaumm resa IDS.

DepMeHTO3aMecTUTENbHas Tepanus (Maypcynbdasa, naypcynbdasa 6eta, BepeHadbycn anbda) pekoMeHOoBaHa
BCEM MaumeHTaM Nocrne yCTaHOBNEeHWUS AnarHo3a; BBOANTCS BHYTPUBEHHO NOXU3HEHHO, NPOAOIXNTENbHOCTb
MHPY3MKM 3 yaca (MoxeT 6bITb CoKpalleHa [0 14aca npu xopoluen nepeHocumocT). YYP A, YO 2.

MynbTuancumnaHapHoe HabnoaeHne 06a3aTeNbHO; NaLMEHTbI AOMKHbI npoxoanTb AMHaMmn4yeckoe
obcrnenoBaHve He pexe 1 pa3aB 6 MecsLeB B MHOI'OI']pOCDVU'IbeIX CTaumMoHapax C ydactnemM negmatpa, HeBpoora,
Kapauonora, optonena, odTanbmonorau apyrux cneumnanncTosB.

Mpu Hanuun rugpoLLedanim ¢ nosbileHnem aasneHusa LICXK 6onee 250-300 cM BogHOMO cTON6a nokasaHo
BEHTPUKYNOMNEPUTOHEANBHOE LYHTUPOBAHWE; NpW KpaHuoBepTebparibHOM CTEHO3e CO CAaBMNEHNEM CMVHHOIO
MO3ra — MUKPOXMpyprmyeckad EKOMMNPECCUA.

MauneHTaM HeoHX0AMMa BaKLLMHALMSA COrMacHO HaLMOHaNbHOMY KaneHaapio NpvBMBOK; 0CO60e BHUMaHWe —
BaKLLMHALLMSA NPOTMB MHEBMOKOKKOBOW MHMEKLLM W rpunna Anst NpOGUNaKTUKM TSXENOro TeUeHUst UHEeKLLMA
LbIXaTenbHbIX Ny Tewn.

OunarHocTuka

1. C60p aHaMHe3a ¥ 3kano6: BHUIMaHWE Ha OTArOLEHHbI CEMEeVHbIV aHaMHe3 (CXOAHbIE CUMMTOMbI Y GpaTbEB U
POLCTBEHHWKOB MO MaTEPUHCKOW IMHWM), HU3KUIA POCT, OF pyBneHVE YepT NnLLa, YacTble MHOEKLMK, 3aAePXKKY
passutua. YYPC, YOO 5.

2. ®uankanbHoe obcrenoBaHue: BhigBIeHne rpybbix YepT nnLa, HU3KOPOCIOCTH, TYronOABMKHOCTM CYCTaBOB,
NMOMYTHEHMSA POroByLLbl, FenaToMeranuu, CrneHoMeranuu, rpbix, cepaeyHbix wymos. YYP C, YO 5.

3. Onpenenervie ypoBHs MAlN B MOUe MeTO4OM CNekTPOoOOTOMETPUU UK TAHOAEMHOW MacC-CnekTpoMeTpum
(BbIABNSIETCS MOBbILLEHWE KCKPELLMM AepMaTaHcynbdaTa v renapaHcynbdaTa); YactoTa: nauveHTam Ha ®3T He
pexe 1pa3a B 6 MecALes, 6e3 Tepanun — He pexe 1 pasasroa. YYPC, YOO 5.

4. \amepeHue akTUBHOCTY OYPOHAaT-2-CynbdaTasbl B NATHaX KPOBM Ha GUNbTPOBaNbHOW ByMare, nna3me Kposu UNn
KynbType GpnbpobnacToB C 0693aTeNbHbIM M3MEPEHNEM aKTUBHOCTU APYruX CynbdaTas Ans UCKIYEeHUS
MHOXeCTBEHHOM cynbdaTta3Hon HegocTatouHocTw. YYP C, YOO 5.

5. MonekynspHo-reHeTn4eckoe nccrnefoBaHue: BbigBneHne Mytaummn reHa IDS ona noarsepXxaeHna onarHosa;
No3BONSIET NPOBECTU NPEHaTanbHYO ANarHOCTUKY U BbISIBUTb FETEPO3UIOTHBIX HOCUTENBHUL, B ceMbe. YYP C, YO
5.

6. MPT LieliHOro oTAena No3BOHOYHWKA 1 FONIOBHOIO MO3ra A9 UCKIIOYEHNSt KOMMPECCUM CMMHHOIO MO3ra U1
ruapouedanun; MoxeT noTpebosaTbcs Hapko3. YYP C, YOO 5.

7. MynbTuaMcumnInHapHoe obcnefoBaHne: KOHCYNbTaLMWM HEBPOSOra, KapAMonora, optoneaa, odTansMonora,
NOP-Bpaya, ayononora; oLeHka cryxa (ToHanbHasi ayaAMoMeTpus), 3peHust, GyHKLMM ObixaHust (CnvpomeTpus),
cepaua (3KT, 3xo-KT), uccnenoBaHue Koarynorpammsl M yposHs NT-proBNP. YYP C, YA 5.
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INeueHue

- MaToreHeTnyeckoe neyeHne: GepMeHTo3aMeCTUTENbHaA Tepanus naypcynsdasomn, naypcynsdason 6eta nnm
BepeHadycn anb®a BHYTPUBEHHO NOXW3HEHHO. [penapaTbl He B3auMo3aMeHsAeMbl; NepekioUYeHne BO3MOXHO Mpwu
HEKOHTPOMMPYEMbIX CEPbEIHbBIX MOBOUYHBIX SBNEHUAX UMW MOATBEPXAEHHOM HEIDHEKTUBHOCTU (OTCYTCTBIE
AVHaMMKM B yMeHblueHun AT 1 pa3mepos opraHos). YYP A, YOO 2.

BeeneHune GepMeHTo3aMeCcTUTENbHON Tepann MHTPaLepebpoBEHTPUKYNAPHO (MOypcynbdha3a 6eTa)
obecrneyumBaeT CHUXEeHWE KOHUEeHTpaLmu FAlT B CMIMHHOMO3rOBOW XMAKOCTU M 3aMeNAET NPorpeccmpoBaHme
HEeBPO/IOrMyeckmx HapyLeHui y naumeHTos ¢ MIIC II.

MeankaMeHTO3Hasa npeMeankaumsa nepen MHoy3nen ®3T ona npenynpexaeHnsa/KynMpoBaHns NOTEHLLMaNBHON
BO3MOXHOCTW MHPY3MOHHbIX anneprudeckmx peakumin (mmxopaaka, 03Ho6, pBOTa, KpanvBHMLA,
aHadunakTuyeckme peakuum). YYP C, YO0 5.

CuMnNTOMaTUYECKOE NeveHne NoBeeHYeCKNX HapyLLIeHW: NpenapaThl rpynnbl CHOTBOPHbLIX, CEAATUBHbIX
CpefcTB, aHKCUOMUTUKOB; AO3NPOBKa W ANUTENBHOCTb Kypca ONpeaenanTCd MHANBUAYaNbHO Noa BpayebHbIM
KOHTPO/EM B yCNoBusiX cTaumoHapa. YYP C, YO 5.

OpToneanyeckas KoppekLms: puavonpouenypbl (Hanpumep, YpeckoxXHas aNeKTPOHENPOCTUMYNALMS), nedebHas
dM3KyNbTypa, OPTESbI; NPU HEOBXOANMOCTM — XMPYpPruveckas KoppekLms (3HO0NpoTe3pPOBaHKe CyCTaBOB,
OCTEOTOMMM, KOPPEKLIMSA CUHAPOMa KapranbHoro kaHana). YYP C, YOO 5.

JleyeHre XpoHN4eckmx NpoABNeHUN: aHTMbaKTepuanbHasg Tepanusa Npu peLnavBUpYOLLMX OTUTaX U
pecnmpaTopHbIX MHOEKUMAX, MPOTUBO3MNUNENTUYECKME NpenapaThl Npu Cy4OPOXHOM CUHOPOME,
aHTUrMNEepPTEH3MBHAA Tepanua Npy apTepuanbHON rMnepTeH3nm, cnabuTenbHble CPeacTBa Npu 3anopax,
NPOTUBO3NUMIENTUYECKME NPenapaTthl U aHTUAENPECCAaHTLI NPY XPOHWUYeCKon HenponaTtuyeckon 6onu. YYP C, YOO
5.

Xupypruyeckoe neveHune npu kaprnansHOM TyHHENbHOM CUHOPOME: AEKOMIMPEeCCUsa CpeanHHOro HepBea
obecrneynBaeT b6bICTPOE CTOMKOE yNydleHne GyHKUMK; TpebyeTca npodonxatroleecs HabnoaeHue ns-3a
BO3MOXHOCTU peLpamBa BCneacTBMe pybL.eBaHus Ui HOBbIX 0TNoxeHun FTA YYP C, YOO 5.

PeabunutauoHHbIe MEPONPUATUS: MacCax, nevedbHas uU3KynbTypa, NPUMEHeHWe Tenna v xonoaa,
ncuxonoruyeckas KoppekLms, opTeanposaHne Npu KNGoTnyeckon AePopmaLm, YpeckKoxHas
3NEKTPOHENPOCTUMYMALMA, aKyNyHKTYpa; 3aHATUA noronea npu aucdaruv 1 an3apTpum; ydactue MeamLUmMHCKOro
ncuxonora. YYPC, yO4 5.

Korpa HanpaBuTb M Kak HaénopaTb

« [TNaHoBas rocnuTanM3aumsa nokasaHa npv NPOBEAEHNU ANarHOCTUKN 1 NeYeHUS, TPEBYIOLWMX KPYrNoCy TOYHOro
HabnoaeHVst; Npr HEO6XOAMMOCTU XMPYPrUUYECKNX BMELIATENbCTB (rpbiXeceyeHne, onepaTnBHoOe fneveHne
CYCTaBOB M MO3BOHOYHWKA, aA€HOIKTOMUS, TOH3WUNIKTOMUS, HEMPOXMPYPrdeckas AeKOMMNPeccus); npu
HEeBO3MOXHOCTU NpoBefeHns ®3T B amMbynaTopHbIX YCNOBUSX; Npu 3aMeHe npenapata O3T.

OKCTpeHHas rocnnTann3aLma nokasaHa npu OCTpbiX 3a601eBaHUAX, 0BOCTPEHUN XPOHUYECKNX BONe3Hen,
OTpaBneHusX, TPaBMax, COCTOSIHUSIX, TPEOYIOLWMX MHTEHCUBHOW Tepanumu; NOHBOYHbBIX peakLMax Ha MHDY3uo P3T;
LlepB1KanbHOM CTEHO3E C KOMMPEeCCHen CMMHHOMO MO3ra 1 APYriX YrpOXatoLLMX XN3HU COCTOSAHUSX.

Mpy HEOHBXOAMMOCTM NPOBEAEHUSA HAPKO3a U MHTYBaLLMK — 0Ba3aTerbHble KOHCYNbTauUumn eTCKOro Kapanonora,
J1OP-Bpauya, aHecTe3nonora-peaHnMaTosnora, HeBponora; NoMHoe KapAMonornyeckoe obcrnenoBaHme,
nonMcomMHorpapud, Nnpyu HEO6XOAUMMOCTHN 3HAOCKONUA HOCOrNoTKM 1 KT nerknx; onepaTtMeBHoOe BMeLLaTeIbCTBO
LOMKHO MPOBOANTBLCA B KPYMHbIX MEANLMHCKMUX LLEHTPax C OTAENEHNEM peaHUMaLLUK.

[ucnaHcepHoe HabnoAeHWe Ha YPOBHE NEPBUYHOM MEAMKO-CaHUTapPHOW NMOMOLLM BpadOM-NeanaTpoM 1nm
BPaYOM O6LLEN NMPAKTUKM; KOHCYMbTaLLMM CMELLMANMCTOB NPU Hann4YmMmn nokasaHun He pexe 1 pasa B 6 MecsLLEeB unn
Yalle B 3aBUCUMOCTM OT KIIMHUYECKOW CUTYaLMMN.

MokasaHust K BbINMCKE U3 CTaLMOHapa: OTCYTCTBUE Yrpo3bl XM3HW, CTabuNM3aLmns COCTOSHUS U KITMHMKO-
nabopaTopHbIX NokasaTenen, OTCYyTCTBUE HEOBXOAMMOCTM B NOCTOSHHOM BpadeBHOM KpyriocyTOYHOM
Habno4eHMN, UM HEOBXOAMMOCTb NEPEBOAA B IPYrOe yUpexaeHue.

YacTble Bonpochl

Kak nepepgaetcsa cMHOPOM XaHTepa 1 KakoB PUCK MOBTOPHOIO pOXAeHUS 6011bHOro pebeHka B ceMbe?
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MTIC Il HacnenyeTcs kak X-CLuernneHHbI peLeCCUBHbIN NPU3HaK. Manb4mky 601et0T, AEBOYKM OBbIYHO ABMNAIOTCA
HOCUTENbHULAMW. EC MaTb — HOCUTENbHULA, PUCK POXAEHUSA 6OMbHOMO ChiHa cocTaBnaeT 50%, 601bHON foYepy —
puck HocuTenbcTBa 50%. [Npyn OTLLOBCKOM HOCUTENBCTBE BCe A0YepU ByoyT HOCUTENBHULLAMU, ChIHOBbA HE 60MetoT.
leHeTn4YecKoe KOHCYNMbTUPOBaHNE 0653aTeNbHO; BO3MOXHa NpeHaTanbHasa AMarHoCTuKa.

Kakne ocHoBHble KnnHu4eckue npmsHakm MIIC Il u ¢ kakoro Bo3pacTta OHU NosiBNSATCA?

MNpu TAxenon GopmMe Nepsble NPU3HAKM 3aAePXKN KOTHUTUBHOIO Pa3BUTUA MOABAAIOTCA NpUMEpHO B 1,5 roaa.
HabnonaloTca nporpeccupyoLwwmnini HU3KMIM POCT, rpybeHmne 4epT n1ua, TyronoasnxXHOCTb CYCTaBOB,
renaTocnieHoMeranus, YacTble MHMEKLMM BEPXHNX AblXaTeNbHbIX MyTen, CHUXEHWNE CyXa 1 3peHns, Cyaopori,
rnosefeHuYeckune HapyLueHus. MNpu nerkon popme NposBIEeHNA MEHEE BbiPaXeHb!.

MoxeT nn pepMeHTO3aMecTUTENbHAs Tepanus ynyylunTb HEBPONOrMYeckne HapyLeHms?

BHyTpuBeHHas ®3T (uaypcynbodasa, naypcynbhasa 6eTa) He NPOXOAWT Yepes reMaTosHLLedanuueckui 6apbep 1 He
MOXET KOPPUrMpOBaTb HEBPONOrMyeckune HapyLeHua. OgHako MHTpaL.epebpoBEHTPUKYNSPHOE BBEAEHWE
naypcynbdasbl 6eta obecneunsaeT CHXKeHWe MAlT B CMIMHHOMO3rOBOW XUAKOCTU U 3aMeNAeT NPorpeccupoBaHme
HEeBPONOrNYECKMNX HapyLUEHUI.

Kakue xunsHeyrpoxaroLume 0CnoxHeH1Us BO3MOXHbI npu MIC Il 1 kak ux npeaoTspaTntb?

Hanbonee onacHbl: 1) coaBneHune CIMHHOro MO3ra Npu KpaHMoBepTebpasibHOM CTeHo3e — TpebyeT perynsapHoi MPT
¥ MOXeT NoTpeboBaTh HENPOXMPYPrMYECKYIO AEKOMMPECCUIO; 2) rapoLedanis — nokasaHo
BEHTPVKYNONepUTOHearnbHoe WyHT1poBaHue Npu aaeneHnn LICXK 6onee 250-300 cM BoagHOro cTon6a; 3)
OBCTPYKTMBHOE anHO3 CHa — TpebyeT NONMCOMHOrpadumn 1 MoXeT NOTpeboBaTb aAeHOTOH3UNAKTOMUIO. PerynapHoe
MYTbTUANCUMMNMHAPHOE 06CrefoBaHNE BaXHO ANA PAHHErO BbIABMEHUS.

Kakne aHecTesnonorunyeckue pmuckm npn MIcC Il n kak ux MUHUMU3NPOBaTbL?

BbICOKMI pUCK KOMMPECCUM CIIMHHOIO MO3ra NpW HECTABUIBbHOCTM aTlaHTOaKCHanbHOMo CyCTaBa; KOpoTKas Lwes,
OrpaHuyeHne NOABMXKHOCTU HUKHEN YENMOCTW, Makporioccust, runepTpodus aneHoMa0B U MUHAANWH CO34atoT
TPYOHOCTM NPU MHTY6aLMKN. PeKOMEHayeTCs NpeanoYnTaTb MECTHOE UK pervoHanbHoe 06e3601mMBaHme;
0693aTenbHbl KOHCYNbTaLLMK Kapanonora, JTOP-Bpaya, aHeCTE3MO0ra, HEBPO/IOra; MOHOE KapAMOnormieckoe
obcnenoBaHve 1 NoIMCOMHOrpadust; onepaLLms AoMKHa NPOBOANTLCS B LLEHTPE C OTAENEHVNEM PEaHNMAaLLMMN.

Bbik1MKa caenaHa no TeKCTy pekoMeHAaLIMM 1 He 3aMeHseT ero. MonHbIN opuumanbHbIV TEKCT, KanbKynaTopbl 1 COKPaLLEHHas BepCHs:
https://lukonacedeHoBa.pd/cr/392-mukopolisaharidoz-tip-ii. OpurumanbHbIi ICTOYHKMK: https://cr.minzdrav.gov.ru/preview-cr/392_4
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