LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

UsoBanepuaHoBas aumaemMmsa/aumaypus

KnuHnueckune pekomeHdaumn MuHsapasa Poccuu - B3pocnble, AeTH - pefakums 2024 ., ctatyc «[pumeHsaeTcsa» Ha 04.11.2026 - MKB-10:
E711- Cotos negmatpos Poccun, Accoumaumsa MeanLMHCKUX FreHeTUKOB

N3oBanepvaHoBas aumaemMus/aumaoypus — ayTOCOMHO-peLLeCCBHasA OpraHMyeckas aumaemMmns n3-3a geduumra
n3oBanepun-KoA-gernaporeHasbl, HapyLLialoLWwero pacnag nenumnHa. PekomeHaaLms nocesleHa paHHeMy
pacno3HaBaHWio 60Me3HW, NOATBEPXAEHWIO AnarH03a, HU3KONENLIMHOBOW AneToTepanumn, MOCTOAHHOM
MeOMKaMEeHTO3HOM NoAAEPXKE N HEOTOXHOMY BEAEHMIO METabONINYECKOr O KpM3a.

naBHOe

BbloensioT ocTpyto HeoHaTanbHY, XPOHUYECKYIO MHTEPMUTTUPYIOLLYIO 1 6@CCUMMITOMHYIO GOpMbl. OCTpas popmMa
O6bIYHO NMPOSABNAETCH B MepBble 2 HeAeNM Xn3Hu yrieteHmem LIHC, poTon, netapruew, cygoporamu 1 KOMon Ha
($OoHe KeToaLmMa03a; XPoHNYEeCKaa — 3a4epPXKOoN pa3BMTHS, CydopOraMu, MaHKPeaTUTOM, HapyLEeHUAMM QYyHKLLMK
NOYEK U LUTONEHUAMM.

MeTabonmueckuii Kpu3 Yalle NpoBOLMPYIOT M3BbITOK 6enka Uu NerLmHa, ronofaHne 1 H13kast KanopuUnHOCTb
MUTaHKUS, MHOEKLMK, GU3nUeckas Unm NCMXO3IMOLMOHanbHas Harpy3ka. PaHHWe Mpu3Haku: BANOCTb UK
COHMMBOCTb, Pa3apaXMTeNbHOCTb, OTKa3 OT efibl, PBOTA, HapYLLIEHWEe NOXOOKW; 3aTeM BO3MOXHbI AblXaTenbHble
HapyLUeHWs, Taxukapaus, CyAoporu, CTynop Um Koma.

[na VIBA TUNUYHBI METABONMYECKMIM aLMO03 C YBENUYEHHbIM aHUOHHbBIM MHTEPBAIOM He MeHee 16,
rmunepaMMOoHNEMUS, TMNEePKETOHEMUS, KETOHYPUA 1 NOBbILLEHWE NaKTaTa. B KpoBu NoBbILaeTcs
n3osanepunkapHUTH C5, yacto cooTHoleHne C5/C2; B MOYe — n3oBanepuesas, 3-rnapokcum3oBanepnaHoBas
KUCMOTbI M U30BanNepurinLmH.

TaHOEMHYI0 MacC-CNeKTPOMETPUIO CrelyeT NpoBOAUTb AETAM 1 B3POCbIM U3 CeMen € VIBA, MnaaeHu.am C pBOTOW,
OTKa30M OT efibl, NeTapruemn, runoToHWEN, CyA0opOoraMm, KOMOM UMK aLMA030M, a Takxe naLeHTaM C MOBTOPHbIMU
3aNM3o[amu PBOThI, BANOCTU, TMMNOTOHUM UM KETOALLMA03a. YPOBEHb peKOMEeHAaLMW AN onpeaeneHms
aMWHOKMNCIOT W aunnkapHuTnHOB: YYP C, YOI 4.

OcHOBY ANMTEeNbHOrO NeYeHnst COCTaBNAT OrpaHUYeHe HaTyparnbHOro 6enka v nenunHa, JoCTaTouHas
KanopuMHOCTb, XNOKOCTb U YacTble KOPMIIEHWSA 6e3 AnUTeENbHbIX NepepbiBOB. JeduumnT 6enka KOMNeHCUpyoT
cneumanM3mpoBaHHbIMM aMUHOKUCNIOTHLIMW CMECSIMMN 6€3 NenLmHa; B Havane neyeHns 1 npm Kpuse nx
MCMNOMb3YIOT Kak AVHCTBEHHBIV UICTOYHUK NMTaHWA He 6onee 24-48 Yacos.

JleBOKapHUTUH feTAM Ha3HayaloT HenpepbiBHO Mo 100-200 Mr/kr/cyT BHYTPb B 2-4 npuema, MakCUMyM 3 r/cyT,
B3pocnbiM — 20-100 mMr/kr/cyT; rvumH — 150-250 mr/kr/cyT aetam 1 150-300 mr/kr/cyT B3pocnbiM. [penapaTsl
Ha3Ha4atoT NPV OTCYTCTBUU MPOTUBOMOKa3aHMM.

Mocne noATBepXaeHUs AMarHo3a B AncnaHcepHoOM HabmoAeHN HeobxoarmMa MynbTUANCUMNIMHaAPHAasA KOMaH4a:
neanaTp wn TepanesT, HEBPOION, FEHETWK W AMEeTONOr, a Mo NoKasaHWaM — Apyrue CheLmanmucTbl.

OunarHocTuka

1.
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38|'|OD,OBPVITI3 VBA no CeMeVIHOMy aHaMHe3y, PBOTe, OTKa3y OT eAbl, BAJTOCTU UITU COHNMUBOCTU, TMNOTOHUN,
cyaoporam, UIBMeHeHMUIO NCUXMYECKOro CtaTyCa U XxapakTepHOMY 3anaxy «Cblpa» U «NOTHbIX HOM».

. Bbinonuuth TaHOEMHYIO MaCC-CNneKTPOMETPUIO KPOBU NN BbICYLLEHHOIO NATHa KPOBW ANA onpeneneHnd

AMWHOKWCIIOT U auunnKapHUTUHOB. [MNpu VIBA oxumnaaeTcs NoBbllWeHe n3oBanepunkapHuTnuHa C5, yacto —
cooTHoweHna C5/C2; YYPC, YOO 4.

.Nccneposatb OopraHn4yeckmne KMCrnoTbl MOYN: N30BanepmeBad, 3—rm,up0KcmmsoBanepmeBaq nh-

rMAOPOKCUM30BanepueBas KMCNOTbl, M30BanepunrivUmH; BO3IMOXHa ra3oBas XxpoMaTorpaduma-macc-
cnekTpomeTpua. YYPC, YO 3.

. |_|pl/l XapaKTepHbIX UIBMEHEHNAX NO AaHHbIM T™C noaTBeEPANTb AMarHO3 MOJTEKYNAPHO-TEHETUYECKUM

nccnenosaHnem reHa IVD; OHO Takxke MCNosb3yeTcs ANA MeANKO-reHeTUYeCKoro KoHcynbT1posaHua. YYP B, YO
3.

. OLLEHNTb TAXKECTb MEeTaboNNUYECKNX HapYLLIeHVIVI: KNCNOTHO-OCHOBHOE COCTOAHNE N NEKTPONTNTbl, aMMUaK, NaKTar,

rOKO3Y, KETOHOBbIE TEMa KPOBW Y MOYM; LOMONMHUTENBHO BbIMNOIHUTL OBLWMIA 1 BUOXUMUYECKUI aHan13bl KPOBW.
Mpy nogo3peHun Ha MIBA xapakTepeH aumaos C aHMOHHBIM MHTepBanoM He meHee 16.
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6. [pn OCTPOM COCTOAHUM UMM HEBPOOrMYECKOW CUMMNTOMAaTMKE MPOBECTN HenpocoHorpaduio, KT n/munm MPT
rOI0OBHOIO MO3ra; Npy Cyooporax unv Apyrov HEBPOIOrMyeckom cCuMnToMaTmke — 33T, Bkovas
BMAEOMOHUTOPUHT. MNPy KIMMHUYECKMX NPOosABReHNsAX Takxe BbinonHAT 3K, 3xoKI™ 1 Y3 opraHos 6ptoLLHOM
MonoCTw.

INNeueHue

- [1oCTOAHHas aneTa: orpaHUYnUTL HaTypanbHbIM 6enoK 1 NerUmH, 06ecneynTb BO3PaCTHYIO KarnopuUMHOCTb,
XWAKOCTb 1 APOBHOE NUTaHWne 6e3 ronoaaHus. benok 4o ¢pnanonornyeckom noTpebHOCTU BOCMOMHAIOT
cneunanM3vpoBaHHOM aMUHOKNCIOTHOM CMeChio 6e3 nenuyHa; 6enkoByIo Harpy3Ky pacnpefensaoT paBHOMEPHO B
TeueHve OH4.

Y rpydHbix eTen cogepxaHune 6erka B XXeHCKOM MOJIOKE UM MOMTOYHOW CMECK He [OMKHO npesbiwaTh 1,2-1,3 /100
MJ1 BOCCTaHOBIEHHOrO NPOAYKTa. MIHTepBarbl Mexay KOPMIeHUaMm — He bornee 2,5-3 4acoB IHEM U1 4 YacoB
HOYbIO; MPUKOPM BBOAAT B 4-5 MeCALLeB, NCKMOYas BbICOKOOENKOBbIE MPOAYKTHI.

Ha3HaunTb NEBOKAPHUTWH NPW OTCYTCTBUM NPOTUBOMNOKa3aHun: AeTsaM 100-200 Mr/Kr/cyT BHYTPb B 2-4 npremMa,
MakcumMmyMm 3 r/cyT, B3pocnbiM 20-100 Mr/Kr/cyT; neyeHue HenpepbiBHOE. [MULMH Ha3HavaloT aetam 150-250 mr/kr/
CyT, B3pocrbiM 150-300 Mr/Kr/cyT, XenaTenbHO KOHTPONUPYSA MNUMH NNasmbl; Lenesble 3HadeHna 200-400
MKMO/b.

He ncnonb3oBaTb NpOoayKTbl C 65EH30MHON KMCOTOW M ee NPOn3BOAHbIMY, BKItOHYas KoHCcepBaHTbl E209, E210, E211-
E219, a TakxXe CanuumMnoByHO M aLLeTUNCaNULLMNOBYIO KUCMOTbI, MOCKOMbKY OHU KOHKYPUPYIOT C M3oBanepun-KoA 3a
KOHBIOraLMio C MULIMHOM.

[Mpwu Kpr3e NOMHOCTBIO OTMEHUTL HaTypasibHbIM 6e0K Ha 24-48 4acoB, NCMOMb30BaTb TOMbKO CMECb aMUHOKUCNOT
6e3 nenLmHa, YacTble KOPMIeHUS Kaxable 2-3 Yaca 1 BbICOKOKanopuimHoe nutaHue ¢ AeKCTPO30M 1N
ManbTOOEKCTPUMHOM. Yepes 24-48 YacoB HaTyparbHbI 6€M0K BO3BPALLAtOT MOCTEMNEHHO: 1/4 CyTOYHOro 0bbemMa B
nepBbIn AeHb, 1/2 Ha 2-3-11 fieHb, 3/4 Ha 3-4-11 AeHb, 3aTeM MNOJHbI OBbeM.

B Kpr3e neBokapHUTKH noBbliwatoT 4o 200-400 Mr/kr/cyT B 3 npuema, NpeanoyTUTeNbHO BHYTPUBEHHO; MIULMH —
100 200-250-600 mr/kr/cyT B 3-4 npuema. [Npu netaprum nnv atakCum Ha GoHe rivLmMHa ero o3y CHUXaIOT.

[ns koppeKkLmMM aLmnao3a NprMeHsIoT HaTpWS TMaPOKap6boHaT; pacyeT 403kl B MMOrb: (-BE) x Macca TenaBkr x 0,3.
Mpu runosonemmmn Bo3moxeH 0,9% pacTtsop HaTpusa xnopua 10 Mn/kr, Makcumym 500 M, C MOBTOPHOW OLLEHKOM
COCTOSIHUSA.

B kpun3e BBoaaT 10% AeKCTPO3y BHYTPUBEHHO NOA KOHTPOMEM MTIOKO3bl: HOBOPOXAEHHbLIM M AeTaM A0 2 NeT — 8 Mr/
KF/MWH, 2-4 neT — 7 Mr/KrIMuH, 4=14 neT — 6 Mr/Kr/MuH, ctaplue 14 net — 4 Mr/kr/MuH. MNpu roko3e Huxe 2,5
MMOSb/N BBOAAT 1096 [eKCTPO3y CTPYMHO 2-3 MN/Kr, 3aTeM MPOAOIKAIOT MHPY3UIO; MNP r’MNepaMMOHNEMIN BbiLLiE
100-200 MKMOMb/N'y feTen 1 B3pOCbIX Unu Boite 150 MKMONb/N Yy HOBOPOXAEHHbBIX MCMOMb3YIOT KapriyMOBYO
KUCIOTY, @ NPy HEBO3MOXHOCTH €€ MPUMEHEeHUsA — 6eH30aT HaTpus.

Korpa HanpaBuTb U Kak HaénoaaTb
+ OKCTPEHHO roCnuUTannM3nMpoBaTh NpW yrpo3e Un pa3BuTUM METaBONMUYECKOrO KpU3a NS UHTEHCUBHOW Tepanum 1
MpenynpexXaeHNs KU3HEYrPOXAIOLLIMX OCMOXHEHMM.

+ MokasaHWs K 9KCTPEHHOW FOCMUTaNM3aLLUn: YrHETEHNE CO3HAHWS, BANOCTb UM COHMMBOCTb, YCUNEHWE CYA0POT,
MOBTOPHas pBOTa UMW Anapest, MHOEKLLMS C BbICOKOW NIUXOPaaKom, 06e3BOXMBaHME.

« [1pY NIOCTOSIHHOW PBOTE UMW OTCYTCTBUM YNyYLIEHWS OMa HEOOXOAMMO He3aMeAMTeNbHO 0bpaTUTLCS B
B60mMbHULLY.

« MNnaHoBag rocnuTann3aLmns Hy>XHa Ans AnarHOCTUKM U NeYeHNs, TPEeBYIoLLNX ANUTEeNbHOro HabMIoAeHNA 1
MOHWUTOPWHIa KIIMHUKO-N1ab0opaTOPHbIX NoKa3aTenen, Moo Ansa 06cnefoBaHu 1 aKCnepTns, KOTOpble HeMb3s
BbIMOMHWUTL amMBynaTopHO.

+ MNpW OCTPOM KpU3€e C COXPaHSIOLLMMCS KETOALM030M U T'MNnepaMMOHNEMNEN, HECMOTPS HA UHTEHCUBHYIO
Tepanuto, BOMpocC O NeEPUTOHeaNbHOM AManuae UM reMoamnann3e peLlatoT KonnermanbHO Ha KOHCUIMYME.

YacTble BOnpochl

Korpa cnenyet nymaTtb 06 M30BanepvaHoBon auuaeMmmn?
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Mpw paHHel pBOTE, OTKa3e OT e/ibl, NeTapru, M’MNOTOHWK, CYA0POrax, KOMe 1 MeTaboNMYeckoM aLUmnao3e, 0CO6EeHHO
nocne nepuopa HopMasnbHOro COCTOsAHMS. Y eTern cTapluero Bo3pacTa 1 B3pOCTbiX HACTOPaXMBaOT MOBTOPHLIE
3MM304bl PBOTI, KETOALMA03a, USMEHEHWS MCUXMYECKOrO CTaTyCa M XapakTepHbIN 3amaXx «MOTHbIX HOM».

Kak nogreBepanTb AnarHo3 NUBA?

CHauana BbinonHsaoT TMC KpoBW Ans onpefaeneHus aumMnkapHUTUHOB M aMUHOKMCIOT U UCCNeayoT OpraHnyeckme
KMCNOTbI MOYW. MpK XapakTepHbIX pe3ynbTaTtax AMarHo3 NoATBePXAatoT MONEKYNAPHO-TeHEeTUYECKUM
mncecnegosanmeM rexa IVD.

YTo nenaTb Npu NepBbiX NPU3HaKax MeTabonmyeckoro kpusa?

C nosiBneHneM nepsbiX NPU3HaKOB METABOMYECKOro Kpr3a CnenyeT npekpaTuTb NpueM 6enka Ha 24, MakCUMyM Ha
48 YacoB, yBenmunTb 003y nepopasnbHOro nesokapHUTrHa Ao 200 Mr/Kr/cyTkn 1 B 2 pa3a 403y rnvunHa. [Mpu
NOCTOAHHOW PBOTE WM OTCYTCTBUM YNyULIEHWUA HEOBXOANMO 0BPATUTLCA B OOMBHWULLY.

KakoBa noaaepxusatolas 03a NeBOKapHUTUHA?

HeTtam HasHauatoT 100-200 Mr/Kr/cyT BHYTPb B 2-4 npuemMa, MakCuMyM 3 r/cyT; B3pocnbiM — 20-100 Mr/Kkr/cyT.
Tepanust NpOBOANTCH HEMPEPbIBHO NPU OTCYTCTBUM NPOTUBOMOKA3aHWN.

Kak uyacTo HabnoaaTtb nauneHTa c MBA?

TMC 06bI4HO BbINOMHAT Kaxable 6 MeCHALLEB AETAM [0 6 NeT 1 Kaxable 6-12 MecsALeB NaLveHTaM cTaplue 6 neT; npu

NMHbEKLMM UNn yrpo3e Kpula — He pexe 1 pa3sa B 7-10 aHen. KNCIMOTHO-OCHOBHOE COCTOSHNE, 3NEKTPOMNTbI, aMMUaK,
NakTaT, KO3y U KETOHbI KOHTPONMPYIOT B CPEAHEM Kaxable 6-12 MeCsALEB, a Npu Kpu3e — exxeHeBHO.

Bbik1MKa caenaHa no TeKCTy pekoMeHAaLIMM 1 He 3aMeHseT ero. MonHbIN opuLmanbHbIN TEKCT, KanbKynaTopbl U COKPaLLEHHas BEpCHs:
https://iukonaceyeHoBa.pd/cr/405-izovalerianovaya-acidemiya-aciduriya. OpuLmManbHbIM UICTOUHKK: https://cr.minzdrav.gov.ru/preview-c
405_3
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