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HepnoctaTtouHoCcTb 3-MeTUNKpOTOHU-KOA Kap6oKcunasbl (3-
METUNKPOTOHUNINIULMHYPUA, METUNKPOTOHUN KOA
Kap6oKcunasHas He[OCTaTOYHOCTb)

KnuHnueckune pekomeHdaumn MuHsapasa Poccuu - B3pocnble, AeTu - pefakums 2024 ., ctatyc «[pumensaeTcsa» Ha 04.11.2026 - MKB-10:
E711- Cotos negmatpos Poccun, Accoumaumsa MeanLMHCKNX FreHETUKOB

HepnocTtaTouHOCTb 3-MeTUNIKPOTOHWIT-KOA KapboKCHa3bl — a8y TOCOMHO-PEeLeCCUBHOE HapyLleHWe KaTabonmama
nevumHa n3-3a brannenbHbix BapnaHToB MCCCT nnn MCCC2. BormblWMHCTBO NaLMeHTOB 6€CCUMNTOMHbI, HO Y
4YacTu AeTen BO3MOXHbI MeTabonmueckme Kpusbl C KeTOaLLMA030M, MIOrIKeMUEN U HEBPOOTr NYEeCKUMN
NPOSBNEHNAMM; KIKOUEBbIE 3aa4M — NMOATBEPAUTb AMarHO3 BUOXMMUYECKN U FTeHETUYECKU, MpeaynpeanTb
ronofaHue 1 6bICTPO NEUNTL KPK3.

naBHOe

« HMKK cBsi3aHa ¢ HapyLueHWeM pacnafa nenumHa: HakanmBaTCA 3-METUNMKPOTOHWUMTTTULMH, 3-
rMAOPOKCUM30BanepmuaHoBasd KUCOTa U auMNKapHUTUHDI, Npexae Bcero C50H; BO3MOXEH BTOPUYHbBIN AedUumT
CBOBOAHOMO KapHUTUHA.

®eHoTuM KpanHe BaprabeneH: 60bWLMHCTBO NaLUMEHTOB 63 CUMMTOMOB; OCTPbIV KPKU3 peiko BO3HUKaET OBbIYHO B
2-33 MecsLLa nocne MH@ekuMn, ronofaHns, BakLUMHaLMM N BBEAEHWUS 6OraTom 6eMkKoM MuLLm.

Kpun3 nposBnseTcs 0Tka3oM OT efibl, PBOTOM, BO36YXOEHNEM UMW YT HETEHWEM CO3HaHWS, FTMMOTOHWEN, NeTapruen,
anHo3, ONNUCTOTOHYCOM, FMNEpPKMHE3aMu, aHLedanonaTnen, MHOaHTUIbHLIMU Ca3MaMu Un CyaoporaMun Ha hoHe
MeTabonMyecKoro KeToaumaosa, rmnorimkemMmm, tHoraa runepaMmmoHmeMmm.

KnuHnueckumn anarHo3 CTaBsiT No COMETaHMIO: B MOYe MOBbILLEHbI 3-MEeTUNKPOTOHUATULMH 1 3-
rMOpPOKCMM30BaepuaHoBas KMCNoTa; B KPOBW noBbieHbl C50H, cooTHoweHmne C50H/C3, nHorga C5:1.

MonekynspHoe NoATBepXaeHNe — BbIiBIEHWE NaTOreHHbIX 1 BEPOATHO-NAaTOreHHbIX BapuaHTos reHos MCCCI
nnn MCCC2 no pesynstatam [JHK-AnMarHOCTUKN.

ﬂl/leTOTepal'll/lﬂ HY>XHa naumeHTam C KIMMHNYeCKMMK CUMINTOMaMu: BbICOKOYTieBOAHaA, HM3Ko6enkoBas ameTa c
orpaHm4yeHmneM nevuyHa; 6eCCUMNTOMHbBIM AETSM, BblABIEHHbIM Nnpwv HeoHaTanbHOM CKPUHUHTIE, Takad Tepanna He
Ha3Ha4aeTC4.

Bes naToreHeTnYeckoro neyeHns B nepmnon MeTabonmyeckoro Kpu3a 60blUNMHCTBO AeTen NnornbaeT; npu
NpoduIakTUKe N CBOEBPEMEHHOW KOPPEKLLMN METABOTNUECKMX KPU3OB MPOrHO3 AN XU3HM 61aronpuUaTHBIN.

OuarHocTuka

1. CobpaTb aHaMHe3: CeMenHbIe Cnyyaun, bnM3KopoACTBEHHBIV Bpak, AeboT 00 3-5 NneT, KPU30BOe TeueHue,
3afepxKalyTpaTa HaBbIKOB, pBOTa NOCne 6€KOBON MWLM, OTKa3 OT e/ibl, CyAOPOrk, anHoa, rMnoToHNS,
KapanomMmonaTuna nnv apuTMmn.

2.pu ocMOTpE UcKaTb AMDDY3HYIO MbILLEYHYIO MMMIOTOHMIO, 3a4ePXKY MCUXOMOTOPHOrO Pa3BUTHS, CYAOPOXHbIE
MPUCTYMbI, YBENUYEHNE NEYEHM N CENE3EHKW; renaTocnneHoMeranvsa onncaHa B 10% cnyyaes.

3. BceM naumneHTaM C KIMHUYECKUMM MPU3HaKaMu BbIMONHUTb aHann3 opraHUyeckmnx KUCnoT Modmn MeToaom MX/MC:
Ana HMKK xapakTepHbl NoBblLEHHbIE 3-METUNKPOTOHUATNULMH U 3-rMapOoKCUn3oBanepnaHosas kucrnota. YYP B,
yons.

4. OnpefennTb aMUHOKUCTIOTbI U aLLMNKAPHUTUHBI KPOBK MeToAoM TMC: TunnyHo nossbiweHne C50H n C50H/C3,
nHorga C5:1 v BTOPUYHBbIM AedULMT CBOBOAHOIO KapHUTHUHa. YYP B, YO 3.

5. [Mpyr BUOXMMUNYECKNX UBMEHEHWNSX N KITMHUYECKUX CUMATOMaX NPOBECTW TapreTHOE BbICOKONPOU3BOANTENBHOE
cekseHupoBaHne MCCC1un MCCC2 ansa novcka buannenbHbix maToreHHblx BapuanTos. YYP B, YO 3.

6. [p1 NOAO3PEHNM Ha KPK3 OLLeHUTb PH, BydepHble OCHOBaHWSA 1 KETOHOBbIE Tefa B MoYe; AOMNOMHUTENBHO
onpenenuTb roKo3Y, aMMKUaK 1 NaKTaT KPOBW, Tak Kak BO3MOXHbI TMMAOrIUKEMUS, FMNEPaMMOHUEMUS U
nosbllweHne naktata. YYP C, OO 4-5.

7. OndodepeHumanbHyo AMarHOCTUKY MPOBOAAT C OPYTr MU OPraHNYeCKUMm aumnaypusMm, HapyLLeHUIMU OKUCTIEHUS
XUPHbIX KNCNOT, ApYyruMmn 3aboneBaHnsMn ¢ Perne-noaobHbIM CMHOPOMOM U MHOXECTBEHHOM HEJOCTAaTOUYHOCThIO
Kapbokcunas.
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INeueHue
- ba3oBas npodunakTrkKa geKoMneHcaummn: n3beratb ronoaaHusa n pyrux NPoBOLMPYIOLLMX HaKTOPOB, PerynsapHoO
KOHTPOMPOBaTb CBOOOAHBIN KAPHUTUH.

« [aumeHTaM C KNMHUYECKMMM CUMNTOMaMu Ha3HauaTb AneToTepanmio: BbICOKOYrNeBOAHOE N H1M3KOHENKoBoe
NUTaHWE C OrpaHnyYeHeM nemumHa Ana npoeUNaKTUKK rMNornukeMun n Metabonunueckoro kpusa. YYP C, YOO 5.

» BceM naupeHTam ¢ KIMHUYECKUMN CUMMTOMaMU HYXXEH MEPBUYHbIN 1 MOBTOPHbLIN NPUEM OUETOOra ANng pacyeTa
avetol. YYPC, YOO 5.

* [1py KIIMHWUYECKUX CUMNTOMAaX 1 feduumTe CBOBOOHOMO KapHUTUHA Ha3Ha4vaTb neBokapHUTUH 50-200 Mr/kr/cyT;
[103Y KOPPEKTMPOBATb B 3aBUCUMOCTM OT YPOBHS CBOBOAHOIO KapHuTUHa. YYP C, YO 4.

+ Mpun MeTaboNMUYECKOM KpU3e HYXHa IKCTPEHHAs MHTEHCUBHAs Tepanus: BHyTPUBEHHAs AEKCTPO3a Aaxe npu
HOPManbHOW FMKEMUW AN NOAAEPXKaHUS FNIOKO3bl Y BEPXHEN FPaHULbI HOPMbI U NOAABNEHWS KETOreHesa.

« Ecnun npu kpuse pH <71, BBOAUTL HAaTpUA rMApokapboHaT 60MOCHO, 3aTeM HeNpPepPbLIBHOW MHPY3nen; 0643aTenNbHO
KOHTponupoBaTb KOC 1 3neKTponuTbl U3-3a pUcKa rmnepHaTpuemMmmn 1 rmnokanemmi.

» B Taxenbix Kpn3ax MoXeT I'IOTpe6OBaTbCF| I'Iepl/lTOHeaﬂbeIlZ Onanmn3 nnnm NCKyCCTBeHHadA BEHTUNALUA NErKnX.

+ CuMNTOMaTUYECKM NO NOKa3aHWAM Ha3Ha4yaloT MPOTUBOSMUIENTUYECKME NpenapaThl; IPU HEBPOMOrNYECKMX
cUMMTOMaXx AeTh HabmoaaTCa y HeBponora He pexe 1 pasa B 6 Mecaues. YYPA, YOO 1.

Korpa HanpaBuTb ¥ KaKk HabnaaTb
. SKCTpeHHaH rocnmnTann3aund nokasaHa npu MEeTaboIMYECKOM Kpunse: nedyeHne npoBoAMNTCA B OTOENTIEHUN
peaHnMaummn n MHTEHCUBHOM Tepanun C ydaCcTtneM aHeCTe3nosnora-peaHnMaTosiora mn I'IpO(DVIFIbeIX cneunanmncTos.

+ MnaHoBas rocnuTann3aums HyxHa, eCnv AMarHoCTUKa UK nedeHne TPebyoT ANUTENbHOro AHEBHOr O/
KpPYrnoCyTOUYHOrO HabMoAEHNS U MOHUTOPUWHIa KITMHUKO-NabopaTopHbIX MoKa3aTenem.

+ OKCTPEHHO roCnNUTanM3MpoBaTh NPW OCTPbIX XU3HEYPOXAIOLLMX COCTOSAHMUAX UM PUCKE OCMOXHEHWI, KOrAa
HY>XXHbl HEOTNOXHOE NeYeHue, MHTeHCMBHAg Tepanus, KpyrnocyTouHoe HabnioAeHme 1 crneumnanbHble
obcnenoBaHus.

« [MaumeHTbl ¢ ycTaHosneHHon HMKK exerofHo npoxoaaT yrinybneHHyo AMcnaHcepusaumio; HabnioaeHme
MYNbTUANCLIMNIIMHAPHOE C y4aCTUeM FreHeTnKa, HEBPOSIOora, raCTpo3HTeporora, neamaTpal/Tepanesta/BOM m
NPOPUIbHBIX CMELMANMCTOB MO MOPaXeHHbIM OpraHam.

+ Pooutenu DomKHbI 3HaTh AENCTBUS B MEXTPUCTYMHBIA MEPVOL M MPU Yrpo3e Kpu3a; y pebeHka Bceraa LoMmKHa
6bITb NaMATKA C HEOTIOXHBIMU MEPOMPUATUAMM NMPK HAUMHAKOLLEMCA METaboNMMUECKOM Kpr3e.

YacTble BOnpochl

Kakne MeTabonuTbl Hanbonee xapaktepHbl Ang HMKK?

B Moue noBbiwatoTca 3-METUNKPOTOHUNMNLMH U 3-rMAPOKCMM30BaNepaHoBas KMCoTa. B KpoBm TUNMYHO
nosbilweHne C50H 1 cooTHoweHns CS50H/C3, nHoraa C5:1; yacTo 6biBaeT BTOPUYHBINM AeDULIUT CBOBOOHOMO
KapHUTUHA.

HY)KHO N NeYnTb BCEX 6ECCUMMTOMHbIX MALMEHTOB C BUOXMMUYECKUMU NUBMEHEHUAMMN?
B TekcTe YKa3aHO, 4YTO BblCOKOYyrresoaHasd HM3KobenkoBas ameTa c orpaHunyeHnem NenuyHa HasHa4yaeTCsa TONbKOo

naumeHTam ¢ KIMHUYECKMMU CUMMTOMaMK; 6ECCUMNTOMHbLIM AETSM, BbIABIEHHbLIM Nnpn HeoHaTallbHOM CKPpUHUHIE, ee
He Ha3Ha4atoT.

Kakasi no3a nesokapHnTUHa ncnonb3yetcsa npu HMKK?

MaupeHTaMm ¢ KnnHndeckummn cumntoMamum HMKK v aedunupmtom cBOGOAHOMO KapHUTUHA Ha3HaYaloT NEBOKAPHUTUH
50-200 mr/kr/cyT. danblue 403y KOPPEKTUPYIOT MO YPOBHIO CBOBOAHOMO KapHUTUHA 1 AaHHbIM TMC.

YTo nenaTb Npu METabONNYECKOM Kpnse?

Kpu3 TpebyeT HeMeaneHHOro neyeHns 1 aKCTpeHHoM rocnutanusaun. B OPUT BBOOST BHY TPUBEHHYIO AEKCTPO3Y
Oaxe Nnpy HopManbHOW rko3e; Npu pH <71 NpUMeHSIoT HaTpua rmapokapboHaT ¢ koHTporneM KOC 1 anekTponmToB.

Kak HabniogaTb nauueHTa ¢ yctaHoBneHHon HMKK?
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ExeroaHo npoBoanTCS yrinybneHHas avcnaHcepmaaums. He pexe 1 pasa B rof KOHTPOIMPYIOT O6LLMIA aHanM3 KPOBK 1
BMOXUMUYECKME NOKa3aTeNn NeYeHn/noYeKk/aNeKTPOoNTOB; aLmMNKapHUTUHbBI KPOBU U OpraHnYecKue KUCIOTbI MOuM
MCMONb3YIOT NS KOHTPONS NEeYEHUs], KDaTHOCTb 3aBUCUT OT COCTOSHUS.

BbIXMMKa caenaHa no TekCTy pekoMeHAaLmnm U He 3aMeHseT ero. MonHbIN opuLIManbHbIN TEKCT, KanbKyNaTopk! 1 COKpaLLéHHas Bepcus:
https://lukonaceyeHoBa.pd/cr/788-nedostatochnost-3-metilkrotonil-koa-karboksilazy-3. OduumanbHbIn CTOUHKK: https://
cr.minzdrav.gov.ru/preview-cr/788_1
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