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Apyrve Buabl HapylweHUss O6MeHa aMMHOKMUCNOT C pa3BeTB/IEHHOM
uenbto (MeTunManoHoBas aumaeMus /aunoypus)
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E711 - Coto3 negmatpos Poccun, Accoumaums MeanLMHCKUX FreHETUKOB

MeTunmanoHoBas aunaeMmsa/aunaypua — reHeTUYeCku HeoHOPOAHasA rpynMa HacNeACTBEHHbIX OpraHUYecKnX
aunaypui ¢ HapyLleHemM obMeHa MeTUNIManoHOBOW KMCNOTbI M KobanamuHa, 13-3a yero cTpajaet MeTabonmam
psiaa aMMHOKMCIOT. PekoMeHaaLms NoCBALLeHa NOATBEPXAEHNIO AnarHo3a, Noadbopy AveToTepanum u
MeaNKaMEeHTOB, a TakXXe HEOTNOXHOW MOMOLLM MPU MeTaboNMyeCckom Kpm3e.

FmaBHoOe
- Bce reHeTtnyeckme BapnaHTel MMA HacneyloTcs ayTOCOMHO-peLLeCCHBHO. Knaccuyeckas @opma 06bl4HO
pPe3nCTEHTHa K Tepanui BuTaMmHoOM B12, Toraa kak @opmsbl CblA v cblB uyBCTBUTENBHBI K TEpanumn BUTaMnHOM B12.

+ MeTabonuyeckuin Kpna Hambonee YacTo Pa3BMBAETCS BO BPEMS OCTPbIX UHTEPKYPPEHTHbIX MHDEKLMWI. PaHHWe
NpW3HakW: NOBTOpHasa PBOTA, OTKa3 OT efibl M YrHETEHWE CO3HaHNSA OT COHNTMBOCTM 10 KOMBI.

[rarHo3 noaTeepXaatoT NoBbILEHNEM METUNIMANOHOBOW, 3-rMAPOKCUNPONMOHOBOW 1 METUNTIMMOHHOW KUCMOT B
MOuYe, NPONUOHUIKapHUTUHA C3 n/nnu cooTHoweHms C3/C2 B CyXOM NATHE KPOBW, @ Takxke BbIIBNIEHUEM
NaToreHHbIX BAPUaHTOB B reHaX, CBA3aHHbIX C MMA.

[lo nonyyeHnss pe3ynbTaToB BUOXMMUYECKMX TECTOB NP KIIMHUYECKOM NOAO3PEHUN CNeayeT nocne 3abopa
buomaTepuana nepeBecTy NauneHTa Ha HU3KOBeNKoBoe NMTaHne; BUOXMMUYECKNE TECTbI MPOBOAAT B TeueHue 3-7
LOHEWN, a MONeKyNApHO-reHeTUYeckKne nccrnefoBaHns MoryT notpebosaTs okono 2-3 Hedenb. YYP B, YOO 3
OTHOCUTCS K pekoMeHJaLmm 06 orpaHuyeHnn 6enka.

Ba3oBoe neyeHve BKtOYaeT OrpaHnyYeHme NoCTYNNeHNs METUOHWHA, TPEOHWHA, BannHa U 30nenumnHa,
crneumanM3mpoBaHHbIE aMUHOKNCNOTHbIE CMEeCK 63 3TUX aMUHOKMCIIOT U NEBOKAPHUTUH. JTeBOKAPHUTUH
Ha3HayatoT B Ao3e 100-200 Mr/kr/cyT B 2-4 npuema, npu KpU3e Unm ocTpomn runepammoHmnemmy — 0o 300 mr/kr/
CYT; B3pOC/bIM He cnefyeT npesbiwaTth 12 r/cyT. YYP B, YO 2 0OTHOCUTCA K Ha3HAYEHMIO NTEBOKAPHUTUHA.

Mpw yrpose unu pa3suTnmM METaboNMYeCcKoro Kpm3a neyeHre HaunHaloT HeMeANEeHHO Y MPOBOAAT OKCTPEHHYIO
rOCnUTanM3aumio C KoppekLMen NUTaHns, aHepreTUYecKon NoAAEPXKKON, NeYeHemM aumanosa, rmnepammoHemMmm
1 BOOHO-3MEKTPONUTHbIX HapyweHun. YYP C, YOO 5.

OunarHocTuka

1. CobepuTe CeMeNHbIN 1 KNMHUYECKUIN aHaMHE3: yunTbiBanTe criydan MMA unv paHHe BHe3arnHom CMepT B CEMbe,
PBOTY, OTKa3 OT €[ibl, COHMNBOCTb, CYOPOrt, NHCYIbTONMOAOOHbIE 3NM30/bl, HapyLLIEHWS MbILLEYHOrO TOHYCa 1
yXyALeHve nocne nHOeKUMm nnm ronodaHus.

2. ViccnepynTe aMMHOKMCOTbI U aLMAKAPHUTUHbBI B CYXOM MNATHE KPOBW METOAOM TaHAEMHOM MacC-CNeKTPOMETPUM.
Insa MMA xapakTepHbl noBblleHue C3, CHMxeHne cBOBOAHOrO KapHuUTMHA CO 1 NoBblleHe cooTHoLweHun C3/CO n
C3/C2.Y peten n HoBopoxadeHHbIX YYP B, YO 2; y B3pocnbix YYP C, YOO 5.

3. OnpenennTe opraHUyYeckmne KUCnoTbl B MOYE METOAOM Fa30BOM XpOMAaTOrpadun ¢ Macc-CnekTpoMeTpuen:
XapaKTepHO NoBblLLEHNE METUTMANOHOBOW, 3-rMAPOKCUNPONUMOHOBOW U METUNITMMOHHOM KUCNOT. Y AeTen YYP B,
YOO 2; ye3pocnbix YYPC, YOO 5.

4. ViccnepynTe OBLLMIM FOMOLMCTENH B KPOBM ANg onpeaeneHns opmel MMA 1 anddepeHumanbHOn AnarHoCTUKu;
€0 MNOBbILLEHWe XapaKTepHO A9 HEKOTOPbIX BapnaHToB 3abonesaHnd. YYP B, YO 2.

5. MNpu XxapakTepHbIX BUOXMMUYECKNX N3IMEHEHWSX BbIMOMHUTE TapreTHOE BbICOKOMPOM3BOANTENBHOE
cekBeHupoBaHue reHos MMUT, MMAA, MAB, MCEE, CD320, LMBRD, MMADHC n MMACHC. YYP B, YA 2.

6. Mpy Noao3peHUn Ha METABONMYECKUIM KPKU3 CPOYHO onpedenuTe pH 1 nokasaTeny KUCNOTHO-OCHOBHOIO
COCTOSAHUSA, KETOHbI MOYU, MTIOKO3Y, MOYEBUHY, aMMUaK 1 TaKTaT; 3TO HY>XHO A8 ANarHOCTUKM U CBOEBPEMEHHON
KoppeKLmu nedeHus. [ina oueHKM pH, KeTOHOB, MOYEBUMHBbI, FMTIOKO3bl, aMMuaka v naktata YYP C, YOO 5.

7. 1N OLLEeHKN COCTOAHWNS OpraHoB BbiNonHWUTe MPT ronoHoro Mo3ra, 9K 1 OxoKT, Y3 opraHos 6ptoLlwHOM MOMocTwH

1 MOYeK; MPU HaNMYMmM HEBPOMOT NYECKMX MPU3HAKOB, YKa3biBaOLLMX HA BO3MOXHOCTb UHCYMbTa B KpU3e, MpoBOAAT
KT unn MPT. Oina MPT YYP B, YOI 3; ana OKT, OxoKI n Y3 YYP C, YOO 5.
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INeueHue

- [Tocne 3a6opa MaTepurana orpaHuybTe 6eMoK y NauneHTa C TUNUYHBIMU NPOABIEHNAMM UK NMOMOXUTENbHbLIM
HeoHaTarnbHbIM CKPUHUHIOM. B MepBOM MONYroAmmy XXn3nHu UCMonNb3yoT rpyaHOE BCKapMIIMBaHWE UM CMECh C
HW3KMM cofepxaHuem 6enka 1,2-1,3 r/100 Mn BOCCTaHOBMNEHHOrO NPOAYKTa; NOCcne 6 MeCALLEB UCKTIOYaoT
BblCOKOGeNKoBble NpoaykTol. YYP B, YO 3.

MNMocne NoATBeEPXAEHNS AnarHo3a orpaHnybTe HaTypasibHbIN 610K U MOCTYNNeHNE METUOHWHA, TPEOHWHA, BaruHa
1 n3onenumHa 4O MUMHUMAarbHOM NOTPEBHOCTU, UCKNOYaTE ronodaHne 1 nogaepxusante aHabonunam. deduumt
6enka KOMMNEHCUPYIOT Cneumanm3MpoBaHHbIMU aMUHOKUCNOTHBIMU CMECAMM 63 3TUX YETbIPEX aMUHOKMCTIOT. YYP
C. vyaaos.

ObecneybTe AOCTAaTOUHYIO KANIOPUMHOCTb NPENMYLLECTBEHHO 3a CHET YIrNIeBOAOB, OrpaHnybTe Xumpbl 40 50-60%
BO3PaCTHOWM CYyTOYHOM NOTPEBHOCTU, NOAAEPXKMBANTE OOCTAaTOUHOE NOTPEBNEHNE XNAKOCTU 1 ApOBHOe NuTaHe
6e3 AnuTenbHbIX HOYHbIX NepepbiBoB. YYP C, YO 5.

MpoBeanTe NPobHbIN KypcC LUnaHokobanamuHa 1 Mr/cyT B TedeHue 8-10 OHer C KOHTpOneM METUNMANIOHOBOW
KMCNOTbI B MOYe Yepes fieHb. CHUxXeHne ee akckpeumn Ha 509 1 bonee ykasbiBaeT Ha B12-3aB1cumMyto dopmy; Ans
ANUTenbHOM Tepanumn 403y NoAdupatoT MHAMBUOYaNbHO, B TEKCTe npusedeH npumep 30 Mrkaxable 2 unu 4
Henenu. YYPC, YO 4.

Ha3HauyanTe NeBOKapHUTUH NpakTU4eckn HernpepbiBHO B 4o03e 100-200 Mr/kr/cyT B 2-4 npuema C KoppekLmen no
KIIMHUYECKOMY OTBETY M YPOBHIO KaPHUTUHA. B Kpn3e BO3MOXHbI 605t0C He MeHee 100 Mr/Kr 1 NoBblILLeHWe
CyTOYHOW 003bl o 300 Mr/Kr; B3pocnbiM — He 6bonee 12 r/cyT. YYP B, YO 2 oTHOCKUTCS K 6a3oBomn Tepanuu; YYP C,
YOO 5 — K NOBbIWEHWIO 403bl B KPU3E.

[na KoppeKLmmM KNLLEeYHOW NPOodyKLMM NPOMMOHATOB MPUMEHSIIOT KypChl MeTpoHnaa3ona 10-20 mr/kr/cyT 10-14
LOHen; yepes 3-4 Helenu Kypc MOXHO NOBTOPUTL MO0 YepeoBaTb METPOHNAA30 C aMOKCULMATMHOM 50 Mr/Kr
nnn Ko-Tpumokcasonom 20 mr/kr. YYP C, YO 5.

Mpw Kpn3e Ha 24-48 YacoB NePeBOAAT NaLMEHTa Ha CMECb aMUHOKMUCNOT 6e3 n3onenunHa, METUOHNHA, TPEOHWHa
1 BanvHa, OLHOBPEMEHHO 0becrneurBas BbICOKYHO SHEPreTUYeCKyHo LLeHHOCTb 3a cyeT 5-109% 0eKCTpo3bl U
rOKO30MONMMEPOB. Yepes 24-48 yacoB HaTypanbHbIM 6enok Bo3BpaLlaloT nocteneHHo. YYP C, YOO 5.

B Kpn3e BHYTPUBEHHYIO AEKCTPO3Y BBOAAT C pacyeToM 8-10 Mr/Kr/MVH HOBOPOXAEHHbIM W AeTAM A0 rofa, 7-8 mr/
Kr/MyH B 1-3 rofa, 6-7 Mr/kr/MvH B 4-6 net, 5-6 Mr/kr/MuvH B 7-12 neT, 4-5 Mr/kr/MuH cTaplue 12 net v 3-4 mr/kr/
MWH B3POCTbIM. [1pU FNoKo3e Hke 2,5 MMonb/n BBOAAT 10-25% AeKCTpo3y 2-3 MN/KI BHYTPUBEHHO CTPYWHO,
3ateM 109% pacTBOp KanenbHO CO CKOPOCTbO 7-9 Mr/kr/MuH. YYP C, YOO 5.

Korpa HanpaBuTb U Kak HabngaTb
. |_|pl/| yrpose nnm pa3snTnn MEeTabonnMyeckoro Kpu3a pekoMeHO0BaHbl 3KCTPEHHaA rocnmtTann3aund, Koppekuna
aveToTepanuu n nHTeHcmBHaa Tepanus. YYP C, YOO 5.

« [lpn HeOHaTanbHOM CKPUHWHIe, ecnu C3 npesbilwaeT 6,8 MKM/n nnn cooTHoweHne C3/C2 npesbiwaeT 0,22,
pebeHKa 3KCTPEHHO BbI3bIBAIOT Ha KOHCYMbTaLMIO Bpaya-reHeTnka; OH pellaeT BONpoC O roCnuTan1saLmm B
peaHMMaLLMio Unu oTAeNneHue NaTonorMm HOBOPOXAEHHbIX.

« [py coxpaHaLLEeMCA KETOaLLMO03€E U TUNepaMMOHNEMUM UMM OTCYTCTBUM BbICTPOIrO OTBETa HA MHTEHCUBHYHO
Tepanuio pacCMaTpUBaIOT NepuUToHearnbHbIv Anann3 unu remoavann3. YYP C, YOO 5.

« [1py NporpeccupyroLLeM NaTonorMyeckKoM NpoLLECCE B NEYeHU M MoYKax pacCMaTPUBaIOT TPaHCMIaHTauUMo
nevyeHn nnn KOM6VIHVIpOBaHHYIO TpaHCNNaHTauuio neyveHn 1 noYek rno XXM3HEHHbIM NMOKa3aHUAM; TAXenaa
MeTabonmyeckas gekoMneHcaums n HE3dPhEKTUBHOCTL MEeTabonmyeckomn Tepannm4acTo CryxXaT NokKa3aHNAMN.
YYPB, YOO 2.

YacTble BOMNPOChHI

Kak oTnnuntb B12-3aBrucumyto dopmy MMA ot B12-pe3ncteHTHON?

MpoBOAAT MPOBHLIN KypC UnaHokobanammHa 1 Mr/cyT 8-10 AHeN 1 U3MepsioT METUIMANOHOBYIO KMCMOTY B MOYe
yepes feHb. CHMxeHne akckpeLummn Ha 50% 1 6onee rosopuT B Nosb3y B12-3asucumont popmel; YYP C, YOO 4.

Kakue aHanusbl Hanbonee xapaktepHbl Ansg MMA?

B cyxoM naTHe KpoBW 06bIYHO NoBbiweH C3, CHMXeHbI CBOBOAHBIN KapHUTUH CO 1 NoBblLLeHbl COOTHOLWeHKA C3/CO n
C3/C2. B MOYe NoBbILWatOTCH METUNMANOHOBASA, 3-TMAOPOKCUMPONMOHOBasA N METUNTIMMOHHAsA KUCMOThI.
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YTo genaTb Npu NepBbIX NpU3HaKax METabOIMYECKOro Kpu3a?

C nosiBneHveM nepBbIx NPU3HaKOB METabOIMUECKOrO KpM3a CNeayeT YBENMUMTL 403y NepoparibHOro NeBoKapHUTUHA

00 200 Mr/kr/cyT. MNpy NOCTOAHHOW PBOTE M OTCYTCTBUM YIyuLLEHWA CNeayeT He3aMeAIUTENbHO 06paTUTLCH B
60bHULLY.

Kak [onro npu Kpuse OTMEHSIIOT HaTypasibHbIV 6e/10K?

Ha nuTaHne TonbKO CMeChblo aMUMHOKUCTIOT 6e3 n3onenumHa, METUOHWHA, TPEOHWHA U BanuHa NepexoasaT He bonee
yeM Ha 24-48 yacoB. 3aTeM HaTyparnbHbIi 6€N0K MOCTENEHHO BO3BPALLAIOT, YTOOLI HE AOMYCTUTL HYTPUTUBHOM
HepocTtaTtouHocTw. YYP C, yO4 5.

KakuyacTo KOHTPONMpoOBaTb COCTOAHME NaLlMeHTa B CTabunbHOM COCTOSIHUN?

AMWHOKNCNOTbI U KAPHUTUHbI B CTabWUTbHOM COCTOSAHNI KOHTPONMPYIOT Kaxable 3—-6 MEeCHLIEB, a BO BpeMA MHDEKLLMK
N1 MeTabonnueckoro Kpusa — He pexe oaHOro pasa B 7-10 AHen; KUCNOTHO-OCHOBHOE COCTOSIHWUE NPW Kpr3e
KOHTPOMUPYIOT eXeHEBHO 00 cTabunuaaumm. O6LUmMM aHanu3 KPOBW BLINOMHAKOT He pexe 0OHOoro pa3sa B rofd, 9Kl un
OxoKI™ — exeronHo.

BbIXMMKa caenaHa no TeKCTy pekoMeHAaLmMm U He 3aMeHseT ero. MonHbIN opuLIManbHbIN TEKCT, KanbKyNaTopk! 1 COKpaLLéHHas Bepcus:
https://lukonaceveHoBa.pd/cr/387-drugie-vidy-narusheniya-obmena-aminokislot-s-razvetvliennoj-cepyu. OdurumanbHbIi UCTOUHKK:
https://cr.minzdrav.gov.ru/preview-cr/387_3
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