LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

Bone3Hb [MoMne

KnuHnueckune pekomeHdaumn MmHsapasa Poccuu - B3pocnble, AeTu - pefakums 2025 r., ctatyc «MpumensaeTcsa» Ha 04.11.2026 - MKB-10:
E74.0 - Coto3 negmatpos Poccun, Accoumaumsa MeanUMHCKNX FreHETUKOB, PernoHansHas oblecTseHHas opraHnsaums «O6LwecTso
CneLmnanmcToB Mo HEPBHO-MbILLEYHbIM HONE3HSAM»

bonesHb Nomne — ayToOCOMHO-PELLeCCUBHbBIN MMKOreHo3 Il TUna, BbI3BaHHbIN AebULLUTOM TM30COMHOW KMCMON
anb®a-rnoKo3naasbl  HaKOMMEHWEM rMNKOreHa NperMyLLeCcTBEHHO B MblLLLLaX. PeKOMeHOaLMa OXBaTbiBaeT
pacrno3HaBaHVe MnageH4Yeckon n no3agHen GopM, NoATBEPXOEHME AMarHO3a, PEPMEHTHYIO 3aMEeCTUTENBHYIO
Tepanuio 1 MynbTUOUCUMMNIMHaPHOE HabnoaeHve.

naBHOe

 BbloensioT ABe kKNnHu4Yeckme Gopmbl: MNageHYeCckyo, MaHUPECTUPYIOLLYIO B NEPUOA HOBOPOXAEHHOCTU UK
MageH4yecTBa, 1 GOpMy C NO34HUM HavannoM. [ins 06emx xapakTepHO HEYKNOHHOE MPOrpeccMpoBaHne
3aboneBaHns.

MnageHueckas popma [oMKHa HaCTOPaXMBaTb NP COYETaHWUM CUHOPOMA «BANOro pebeHka», 6bICTPO
HapacTatoLLel cnabocTu, TPYAHOCTEN KOPMIIEHUS, MaKpPOrIOCCUM, renaToMeranqn, KapaMoM1monaTum nnm
CcepaeyYHO HeJoCTaTOYHOCTH; BO3MOXHA [iblXaTelbHas HeOCTaTOUYHOCTb.

Mpwv N034HEM Hauane TUMWYHbI MPOrpeccupyioLLas MPOKCUMarnbHas cnabocTb, MPEUMYLLECTBEHHOE MOPaXeHWe
HOT, MMONaTUYeCcKas Unu «yTUHas» Noxoaka, TPYAHOCTW NodbemMa No NECTHULLE 1 BCTaBaHWS, a Takke
OblXaTenbHble HaPYLWEHWUS; MHTENNEKT 0BbIYHO COXPaHEH.

[narHo3 noATBepPXaaloT CHUXEHWEM aKTUBHOCTY KUCNOW anb®a-rnoKo3unaassl v/unum BoiBNEHNEM ABYX
naToreHHbIX NMB0 BEPOATHO NATOMrEHHBIX BapUaHTOB reHa GAA B TpaHC-MONOXEHNMN.

Y NauUmneHTOB C KIIMHUYECKUMU NpU3HaKaMu 601e3HK1 MNoMne akTUBHOCTb KUCION anbda-rnioko3naasbl B CyxXmx
NATHaxX KPOBM METOLOM TaHAEMHOM MacC-CNeKTPOMETPUM — ONTUMASbHbBIN CKPUHUHIOBBIN TECT; NPpY 60N1e3HM
06bI4HO BbIABMAOT MeHee 1096 oT Hopmebl. YYP A, YOO 2.

MNMocne ycTtaHOBMNEHWA AMarHo3a GepMeHTHYIO 3aMeCTUTE bHYIO Tepanuio MPOBOAAT PErynspHO; paHHee Havarno
YNyuLaeT KIMHUYECKMUE NCXObl, 3aMeNAET NPOrpecCupoBaHme 1 CTabunmnsnpyeT AbixaTeNbHyo cuctemy. YYP B,
yon?2.

BeneHwue 0OMXHO 6bITb MyNbTUAUCLMNIMHAPHBIM C Y4aCTUEM HEBPOIOra, FreHeTHKa, KapaAmonora unm 4eTcKoro
KapOMonora, nyNbMOHOMOra, raCTPO3HTEPONOra U GU3NOTEPaneBTa NPV HANMYNM COOTBETCTBYIOLLMX NPOSIBNEHWI.
YYPB,yOO2.

OunarHocTuka

1. CobepuTe ceMenHbll aHaMHe3, YTOUYHUTE 6/IM3KOPOACTBEHHbIN BpaK 1 BO3pacT MNoABNIEHNA CUMNTOMOB. Y
MNafeHLEB ULLMTE 3aepXKYy MOTOPHOIO Pa3BUTUS, BANOE COCaHWE, MNIOXYI0 NPUHaBKy MacChl, OAbILIKY U
MaKpOrnoCcuio; y CTapLunx AeTEN 1 B3POCbIX — CNaboCTb, YTOMASEMOCTb, HAPYLUEHNS MOXOAKW U TPYAHOCTH
noabema o necTHuLe.

2.MpoBeanTe 0OCMOTP: Y MafeHLua OLeHUTE MrMNOTOHMIO, TUMIOMUMMIO, MaKPOT IOCCUIO W HapyLUeHWe AblIXaTenbHoro
pUTMa; y AeTeN CTapLiero Bo3pacTa 1 B3POCbIX — MPOKCUMaIbHYIO CraboCTb, NpremMbl foBepca, M1onaTuyeckyto
NOX0[KY, CHUXeHWe pednekcos, CnabocTb AnadparMbl, MapacnmHanbHbIX, ArOAUYHBIX U LUENHBIX MbILLILL.

3. OnpenennTe akTMBHOCTb KMCNOW anbda-rioko3naasbl B CyxXmX NATHaX KPOBM METOAOM TaHAEMHOWM Macc-
CMNeKTPOMETPUM BCEM NaLMEHTaM C KITMHUYECKUMM Npu3Hakamm 6onesnu Momne. YYP A, YOO 2.

4. T1py CHWXEHHOW aKTUBHOCTU hepMeHTa NoaATBepaANTE pPe3ynbTaT NOBTOPHbLIM UCCNEL0BaHNEM B IPYIrOM
buomatepuane, NPeAnoYTUTENBHO MbILLEYHOW TKAHW UMK KYTbType KOXHbIX G1bpo61acToB, MM60 MONEKyNApHO-
reHEeTUYECKM.

5. BoinonHute nccnegosaHue reHa GAA npy CHUXEHHOW aKTUBHOCTU PepMeEHTa; ANarHO3 Ha MOMEKYTAPHOM YPOBHE
NoATBEPXOaOT BbiBNEHWEM OBYX MATOrEHHbIX UM BEPOATHO MNaTOrEHHbIX BAPUaHTOB C MOATBEPXAEHHbIM TPaHC-
nonoxeHvem. YYP A, YO 2.

6. OueHnTe nopaxeHue opraHos-mueHewn: KK, AT, ACT, NT-proBNP v o6wmit aHanun3 kposu. YposeHs KK 2000 Ea/n
W BbllLe XapaKTepeH A MnageH4Yeckon GopMbl, Mpu 4ETCKOM AebloTe Yalle oTMeyaeTCH nosbliweHre B 2-10 pas.
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7. [ANg OLLeHKM NopaxeHnsa opraHoB-muLLEHeN 1 AnddepeHLmanbsHon anarHocTnkn nposeamte 3K u
axoKapanorpaduio, peHTreHorpapuio rpyaHon KNeTku, CriMpoMeTPHIO, KapaMopeCcrnMpaToOPHbIA MOHUTOPWHT,
MyNbCOKCUMETPMUIO, KAaMHOrpaduio, CTUMYMALMOHHYIO U UrOMbYaTyo 3NEeKTPOHENPOMUOrpaduio; NPn MO3AHEM
Hayane Ucrnonb3ynTe 6-MUHYTHYIO XOAbBY AN OLEeHKu BoiHocnnBocTw. YYP C, YO 5.

INNeueHue

« [Tpn noaTeepxaeHHOM 60one3Hu NoMne Ha3HaubTe GEPMEHTHYIO 3aMECTUTENbHYIO TEPanUIo ANd 3aMeaneHus
NpPOrpeccupoBaHns, ynydweHnss COCTOSAHUA KOCTHO-MbILLEYHOW CUCTEMBI U CTabunusauum dbixanusa. YYP B, YOI 2.

ABanrntoko3unasa anbda: npy no3gHemM Hadane — 20 Mr/Kr BHYTPUBEHHO 1 pa3 B 2 Hefenu; Npu MrnageH4eckon
dopmMe — 40 Mr/kr BHyTpMBEHHO 1 pa3 B 2 Hegenu. [penapaTt NPUMEHSIIOT y AeTen 0T 6 MecsLeB, NOAPOCTKOB U
B3pOC/bIX; 6€30MacHOCTb 1 3POEKTUBHOCTL Y AeTen Miaflle 6 MecaueB He ycTaHosneHsl. YYP A, YO 2.

Anrniokosnaasa anbga nokasaHa naLMeHTam BCeX BO3PacTOB C MOATBEPXAEHHbIM AMarHO30M; BBOAUTCSA
BHYTPWBEHHO KanenbHo B Ao3e 20 Mr/kr 1pa3 B2 Henenu. YYP A, YOO 2.

MNepBble TpY MHDY3WU NPOBOANTE B CTALMOHAPE C KOHTPOEM YaCTOTbl CEPAEUHbBIX COKPALLEHWIA, apTepuanbHOro
LaBneHus n caTypaumn. B cTabunbHOM COCTOSIHUM NOocneaytoLlee BBeJeHe BO3MOXHO B AHEBHOM CTaLVoOHape
1N amGynaTopHo 1 pas B 2 Heenu; NPV OCNOXHEHHOM TEYEHUM — B KPYIOCYTOYHOM CTaLlMoHape.

Mpn MnageH4eckon dopme nepen nHdy3nen He kopmmnTe pebeHka 3-4 Yaca, UCNOSb3yNTe MUHUMaTbHBIN 06beM
pa3BefeHVs 1 OrpaHUYEHHYIO CKOPOCTb BBEAEHNS C NoBbileHreM Ha 0,5-1Mn/y kaxabie 30-60 MUHYT 13-3a prcka
[eKoMMNeHcaLMmn cepae4HoOn HeoCTaTOUHOCTH NPU TMNEepPBONIEMUMN.

MpoBoaMTE BakKUMHALMIO, BKITIOUAs XErOfAHYI0 BaKLMHALMIO MPOTUB Irpunna naumMeHTa v 6nmxaniiero okKpyXeHus,
BaKLUMHALLMIO NPOTMB MHEBMOKOKKOBOW MHOEKLIMK W, ANS MiaJeHYeckon GopMbl B MepBble 2 rofa XMU3HW,
NacCUBHYIO UMMYHU3aLLMIO NPOTUB PECTIMPATOPHO-CUHLMTUANBHOM MHDEKLMNU. HDEeKUMM ObiXaTenbHbIX MyTen
neynTe MakcuMansHo paHo 1 aktueHo. YYP C, YOO 5.

[na nogaepXxaHua MblLLEYHOW MacChl UCMOMb3yUTE CreLnann3poBaHHbIE BbICOKOKaNOPUNHbIE M BbICOKOOENKOBbLIE
CMEeCU; MpU HapyLLUEHWW FOTaHWA — 30HA0BOE UM COMeTaHHOE MUTaHKe, a Npu COXpPaHsAoLWeMcsa pedrokce —
HasopyoaeHansHoe kopmneHve. YYP C, YOO 5.

Bintouante GrsmoTepanmio, Maccax, nededbHyro GUaKynbTypy, AblXaTenbHY 1 TOroneANYecKyo peabunuTaLmio,
0by4deHWe caMo0bCNyXMBaHUIO U MCMOMb30BaHMIO BCMIOMOraTeNbHbIX CPEACTB. MakCUManbHbIX Harpy3ok cneayet
n3beratb. YYPC, YOO 5.

Korpa HanpaBuTb ¥ KaKk HabnaaTb

« MNaHOBO rocCNUTanNU3VPYyNTE AN ANarHOCTUKM UK NeYeHns, TPEBYIOWMX KPYrNOCyTOUHOro HabmtoAeHWs, Npu
HEeBO3MOXHOCTW MPOBOANTb GEPMEHTHYIO 3aMeCTUTESbHYIO Tepanuio aMbynaTopHO UK B YCOBUAX AHEBHOIO
CTaLMOoHapa, a Takxe npu He06XoANMOCTH BbICOKOTEXHOMOMMUYHOIO NeYeHns niv o6cneaoBaHns, HeOOCTYMHOro
amMbynaTopHoO.

» Heobxoamma rocnmTtanusaums npu HapacTaroLen AbIxaTelbHON HeAOCTaTOYHOCTU UMW HapYLUEHUSX PUTMa
cepdua, ecnun TpebyeTcst akTUBHOE NedeHWe 1 KpyrnocyTouHOe HabnioaeHue.

+ OKCTPEHHO HanpaBnanTe nauneHTa Npu OCTPbIX 3a60NeBaHKAX, 06OCTPEHUN XPOHNYECKMX BONE3HeN, TpaBMe Unn
LPYrOM COCTOSIHUM, TPEBYIOLLEM MHTEHCUBHOWM TEpPanuu, NepeBoia B peaHnMaLmio b0 KPyraoCyTOYHOro
HabnaeHNS.

« MaureHTOB Ha NaTOreHeTUYeCKOoN Tepanumn HabtoAanTe He pexe 0AHOMO pa3a B rOA B CNELManM3vpoBaHHOM
LleHTpe, CNoCOBbHOM 0becrneunTb 06beM MOMOLLM MO KIMHUYECKOM PeKOMEHOaLMN.

YacTble BONpocChl
Kakne npu3Haku 4omKHbI 3aCTaBUTb 3anofo3puTb 60ne3Hb NoMne y MnageHua?

CVHIPOM «BANOro pebeHKa», MPorpeccypyioLLas MbllueyHas CnabocTb M MUMOTOHUS, 3a4epXKka MOTOPHOMO pasBuTus,
nnoxoe cocaHune v Nprbaska Macchl, MaKporfIoCCHs, renaToMeranvs, KapanoM1MonaTusa Unu AbixaTenbHas
HeLoCTaTOYHOCTb. [1nd MnafeHUYecKom GOpMbl TaKKe XapakTepPHO BbICTPOE NPOrPeECCUPOBaHHE.

Kak noaTrsepxaatoT anarHo3 6onesHu Nomne?
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CHavana onpeaenarT akTUBHOCTb Kncnom aﬂb¢a-rﬂIOK03Mﬂa3bl B CyXMX NATHaX KPOBW. CHM)KeHHy}O aKTUBHOCTb
noaTeepXaaroT NOBTOPHbBIM MCCnefoBaHWEM B 1PYrOM 6VIOMaTepVIaer 60 BbISIBNEHNEM OBYX MaTOreHHbIX U
BEPOATHO NaTOreHHbIX BapnaHTOB reHa GAAB TPaHC-NONOXEHUN.

Kak 103VpYyoT PepMEeHTHYI0 3aMeCTUTENbHYIO Tepanuio?

Aanrnoko3unaasy anboda npu no3aHem Havane sBoadt no 20 Mr/kr 1 pa3 B 2 Hefenu, npy mnageH4yeckon ¢opme — rno
40 Mr/kr 1 pas B 2 Hefenu. ANrnioko3unaasy anbda BBOAAT BHYTPUBEHHO No 20 Mr/kr 1pa3 B 2 Hedenw.

KakvacTo KOHTpONMpoBaTb cepaue n ObixaHue?

OKT™ 1 axokapavorpaduio BbINOMHSIOT NPU YCTaHOBNEHWM AiarHo3a 1 fanee He pexe 1 pa3sa B 6 MecsLEeB; npu
Ha3HaYeHUn GepMeHTHOM Tepanun — kaxable 7-14 oHen B nepsble 12-24 Hepenu. MNMauyeHTaM € No3a4HUM Hauanom
HEOBXOANM exXeroAHbIt MOHUTOPUHI QYHKUMN NErkuX.

KakoB puck poxaeHus 6onbHoro pebeHka B ceMbe ¢ 6one3Hblo Nomne?

[Np1 ayTOCOMHO-PELIECCUBHOM HacNefoBaHmK, ecnv 0ba poavTens ABNATCA HOCUTENAMK, PUCK POXAEHNA
601bHOr0 pebeHka cocTaBnsaeT 25% 0119 Kaxaon 6epeMeHHOCTH. BO3MOXHbI MpeHaTarnbHasa v npevMnnaHTaumMoHHas
[OMarHoCTVKa; NpeHaTalbHble CCNefoBaHNA NPOBOAAT Ha B1onTaTe BOPCUH XOpUOHa B 9-12 Helenb U/1nu KneTkax
aMHUOTUYECKOW XnakocTu B 16-20 Heaenb.

BbIXuMKa caenaHa no TeKCTY pekoMeHAauUmmn U He 3aMeHsieT ero. MonHbI oduLmanbHbIi TEKCT, KanbKynsaTopbl 1 COKpaLLEHHasa BEpCHs:
https://lukonaceyeHoBa.pd/cr/317-bolezn-pompe. OdpuumanbHbIn MCTOYHKK: https://cr.minzdrav.gov.ru/preview-cr/317_2
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