LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

Odedpwuunt 3-ruppokcu-3-mMeTunrnytapun-KoA nmnasbl

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

Hepnumnt 3-rmgpokcn-3-metunrinytapun-KoA numassl — peakoe ayToCOMHO-PELLECCUBHOE HapyLLEeHWe KeToreHes3a
1 kaTabonnamMa nenupyHa n3-3a sapnaHtoB HMGCL. MnaBHOe A5 NPaKTUKKW: pacrno3HaTb MMNOKETOTUYECKYIO/
HEKEeTOTUYECKYIO FUNOrIMKEMUIO C METABONNYECKMM aLna030M, NOATBEPAMTL ANarHO3 MO OPraHNYeCKUM
KMCNoTam MoYu, aLmnkapHUTUHaM Kposu 1 [IHK-amMarHocTvke, He fonyckaTb rofofaHns 1 6bICTPO NMeYnTb
MeTaboNM4ecknin Kpus.

FnaBHOe

- bonesHb cBsi3aHa ¢ fepekToM HMGCL 1 HapyLwaeT ABa nyTu: 0bpa3oBaHue KETOHOBbIX TEN M pacnaf nevumHa; B
MOUYe HakanIMBalTCA 3-rnaPOKCU-3-MeTUNrNyTapoBas, 3-MeTUArnyTapoBas, 3-rmapokcumnsoBanepnaHosas, 3-
MeTWUNrnyTakoHoBas!, adunnHOBas, CybeprHoBas 1 cebaLlMHOBas KUCMOTbI, B KPOBKU MOXeT noBbiwaTscst C50H.

B 80% cnyyaeB MaHUpeCTaLLUS MPOUCXOANT Ha NMEPBOM FOAY XM3HU; TPUITepbl 3NM3040B — ronoaaHue, MHGEKLMK
1 ype3amMepHasn Guandeckas Harpyska.

TUAMYHbBIA OCTPbIM 3MM304: METABONNYECKUIN ALLMAO3, TMMOMMKEMUS C HU3KMM/OTCYTCTBYIOLWMM KETO30M, PBOTA,
CYAOPOrM, FTMNOTOHWS, NeTaPrus; YacTo GbIBAOT rMNepaMMOHNEMIS, FenaToOMeranus 1 NoBblLWEHWE TpaHCaMUHa3.

KnnHM4eckuin amarHo3 CTaBaT Mo COYEeTaHUIO CUMMITOMOB C MOBbILLEHWEM XapaKTEPHbIX OPraHNYeCKnx KUCNoT
Moun 1 C50H KpoBW; MONEKYNAPHO AMarHO3 NOATBEPXAAOT buannenbHbIMM naToreHHbIMu BapnaHTamm HMGCL.

Basosas Tepanua: aMeTta ¢ orpaHudeHneM 6enka 1,5-2 r/kr/cyT v XmMpoB 6,3 r/Kr/CyT; KeToreHHas aveTa
npotueonokasaHa. YYP C, YO 4.

MpW HU3KOM YpOBHE CBOBOAHOIO KAPHUTUHA Ha3HaYaloT NeBOKapHUTUH 75-100 Mr/Kr/cyT; ero BBeAeHne MOXeT
npenoTepaLlaTb BTOPUYHbIA OeDULMT KAapHUTUHA.

|_|pl/l yrpose nnm pa3snTnn MeTabonmyeckoro KpKn3a Hy>XHa 3KCTpeHHada rocnntanm3auma n HeMenneHHasq
MHTEHCKBHaaA Tepanmg.

OunarHocTuka

1. CobepuTe aHaMHe3: 6IM3KOPOACTBEHHbIN BpaK UV CXOAHbIe CryYan y CMbCoB, AebtoT 00 1rofa, 0Tka3 oT edbl/
HapyLLeHWe BCKapMMBaHus, BANOCTb, Anapes, yrHeTeHWe CO3HaHWS, Cyaopori, rMNoTOHWS, KapavoMuonaTust Unm
HapyLLeHNs puTMa.

2. [Mpy OCMOTpE MWMTE renaToMeranmio, 3a4epXKy NCUXOMOTOPHOIO Pa3BUTUSA, MbILLEUHYIO TMMNOTOHWIO,
CnacTn4eckum reMunapes unu TeTpanneruio, Makpo- Unv MmkpoLLedanuio, aTakcuio, LIMaHo3.

3. BceM naumeHTam C TUMUYHOWM KIIMHUKOWM BbIMOMHUTE TaHOEMHYIO MAcC-CMNEeKTPOMETPUIO aMUHOKUCOT U
aUMIKAPHUTMHOB B CYXOM MATHE KPOBU; YunTbIBanTe, 4To C50H MOXET 6bITb HOpManbHbiM. YYP C, YO 4.

4. [poBeanTe aHanm3 opraHnyYecKkunx Kucnot Moum metoaoM IN'X-MC: ana 3-T'MKoAJ1[ xapakTepHo nosbilleHne 3-
rMOPOKCU-3-METUNT Y TapoBOW, 3-METUNrNYTapOBOW, 3-METUNITYTaKOHOB ¢) 1, 3-rnApPOKCUM30BaNEpUaHOBOW,
aaunnMHoBoW, cybeprHoBoW 1 cebaumHosom kucnoT. YYP C, YO 4.

5. MNpu xapakTepHbIX BUOXMMUYECKNX USMEHEHWNSX MOATBEPANTE ANArHO3 TaPreTHbLIM BbICOKOMPOU3BOANTENBHbBIM
CEKBEHUPOBAaHMEM: ULLYT BUannenbHble naToreHHble BapuaHTel HMGCL. YYP C, YO 4.

6. MNpy NOOO3pEHUN Ha KPU3 KOHTPONMpYHTeE pH, BydepHble OCHOBaHWUS, KETOHOBbIE TeNa B MOYe, MKO3Y, aMMMUaK v
naKTaT; NPeABeCTHUKN Kp13a — TeHAEHLMA K METabOoIMYECKOMY aumao3y ¢ AePULMTOM OCHOBAHMI 1 POCT
NMoYeyYHOM 3KCKpeLmmn opraHndeckux kucnot. YYP C, YA 4.

7.Mposoaunte KT n/nnv MPT ronosHoro moara, 3KI™ 1 axokapanorpadwio, Y3 opraHos 6ptoLHon nonoctu, 390 n/
1 331 ¢ BUOEOMOHUTOPUHIOM NMaLMEHTaM C KITMHUYECKUMU NMPU3HaKamu, XxapakTepHsimm ans 3-MMKoAT .

INNeueHue

« EQMHBIX TPOTOKOMOB HET; LLENW NeYeHna — npeaynpeamntb MeTabonmyeckmne Kpuabl, yMEHbLWNTL 0bpa3oBaHue
TOKCUYHbIX OPraHN4YeCKNX KUCNOT M NpeaoTBpaThTb NOpaXeHne MO3ra  BHYTPEHHKWX OPraHOB Mpu COXpaHeHn
poCTa v pa3BuUTKS pebeHka.
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* [pV HU3KOM YPOBHE CBOBOAHOMO KaPHUTUHA Ha3Ha4aloT N1eBOKAPHUTUH 75-100 Mr/Kr/cyT.

« Ha3HaubTe aneTtoTepanuio Npu noareepxaeHHon 3-TMKoAO: 6enok 1,5-2 r/kr/cyT, xupbl 6,3 r/KricyT;
KeToreHHas aveTa npoTmBonokasaHa. YYP C, YOO 4.

« [MaupneHT gonxeH nsberatb ANUTENBHOMO FONOL4aHNS; npu nuxopanke n/vinm PBOTE HYXHO YBENMNYNTb NOCTYNNEeHne
yrnesoaos.

. |_|pl/| MNOBbILWEHNN KETOHOBbLIX T€/1 B MOYe NPOBOAAT MH¢)y3Ml/I OEKCTPO3bI.

+ Mpu KpK3e BBOAAT AEKCTPO3Y BHYTPMBEHHO AaXe NPU HOPMarbHOM MMoKO3e, MOAAEPXMBAs e€ Y BEPXHEN rpaHULLbl
HOPMbI [N MOAaBNEHNA KETOreHe3a.

« EcnnpH <7, BBOOAT HaTpma rnapokapboHaT 60MOCHO MO MHCTPYKLMK AN AeKOMMNEHCUPOBAHHOIO
MeTaboMyeckoro aLUmao3a, 3aTeM NepexonsaT Ha HEMPepPLIBHYO MHY3MIO; 06593aTenbHO KOHTponupytoT KOC r
3MEKTPONMUTbI U3-3a pUCKa rmnepHaTpUeMnn U runoKanmeMum.

- [1o nokasaHVaM Ha3Ha4valoT npoTmBoanmMnenTnyecKmne npenapaTtbl 1 opyrne Buabl CUMMTOMaTUYECKON Tepanumn.

» OcnoxHeHusa 3aboneBaHns evaT B COOTBETCTBUM C KIMHUYECKUMM PEKOMEHAALIMAMM MO COOTBETCTBYIOLEN
naTonoruun; BCeM naumeHTam HeEObXO0ANM NEPBUYHDBIN 1 MOBTOPHbIN MPUEM Bpaya-Kapanosora unv Bpada-aeTckoro
Kapauonora He pexe 1pa3a B 6 MecALeB.

Korpa HanpaBuTb U Kak HabnogaTb
. SKCTpeHHaFI rocnmMtTann3daund nokal3aHa I'Ipl/l yrp03e nnn pa3BI/|TVIl/I MEeTabonnyeckoro Kpmsa angd NHTEHCUBHOM
Tepanuu n NPOPUNaKTUKM XUIHEYPOXAIOLLMX OCNOXHEHWN.

+ MNnaHoBas roCNUTann3aLms Hy>XHa, eCnv AMarHoCTUKa U neveHne TpebyroT AHEBHOMO/KPYrNOCYTOYHOIro
HabMoAEHNA U MOHUTOPWHIa KIMHUKO-NabopaTopHbIX NoKasaTenen.

+ [NaHOBO roCNMTanM3npyIoT Takxe ANs 3KCNepTU3 U 06CNefoBaHws, €CN UX HeMb3s BBINOMHUTL aMBynaToOpHO,
BK/t0Yasi odopMIeHUe 3akmoyeHns denepanbHOro KOHCUMYMa U BpauebHOM KOMUCCUN.

+ Kkapavonory/neTckoMy Kapavosnory HanpasnsioT Npy BbISBNEHUM U3MEHEHMI MO AAHHBIM UHCTPYMEHTaNbHbIX
MccnenoBaHW MW NpK KIIMHUYECKOM NOA03PEHUM Ha NMOPaXEHWE CepaeYHO-COCYANCTON CUCTEMBI.

« [aupeHTbl C CMMNTOMaTUYECKOW SnMnencremn AoMKHbl HabnaaTbLCs Y HEBpPO/Ora C OnbITOM BeAeHWA anmnencun.

YacTtbie BOMNPOChHI

Kakne aHanu3bl noaTeepxaatoT aedmumnt 3-F'MKoA-nnasbl?

KntoyeBble TeCTbl — opraHnyeckmne KMCcnoTbl MOYM METOLOM 'X-MC un AUNNTKaPHUTUHBI KDOBM METOLLOM TaHOEMHOMN
MacCC-CrneKkTpoMeTpuun. [duarHos Ha MONEKYNApHOM YPOBHE NoATBepXAatoT bvannenbHble NaToreHHbIe BapMaHTHhI
HMGCL.

MoxeT nn C50H 6bITb HOpMarnbHbIM Npu 3-TMKoA14?

Ha. B pekoMeHaaumm ykasaHo, YTo KOHUeHTpauma C50H MOXeT HaxoaUTbCS B npefenax HopMbl.

YT0 nenaTb Npu nuxopaake unuv peoTe y nauneHTa c 3-TMKoAaO?

HYy>HO yBENMNYUTL MNOCTYMNMEHNE YrNEeBOAOB M He AoMyCcKaTb ronofaHuA. [py NOBbILLEHWN KETOHOBbIX TeN B MOYe
NPOBOASAT MHDY3UN AEKCTPO3bI.

Kakas aneTa Hy>KHa npu gedpuumte 3-ruapokcun-3-mMetunrnytapmn-KoA-nnasol?

OrpaHuumsatoT 6enok 0o 1,5-2 r/kr/cyT v xupbl 40 6,3 r/Kr/cyT; KeToreHHasa aneTa NpoT1BONoKa3aHa. [inetorepanuio
Ha3Ha4aeT NPOPUNbHbLIV CNELManmCT.

Korpa HasHauyaTb NeBOKapHUTUH?

JleBOKapHUTWH Ha3HavaloT naumeHTam ¢ 3-MMKoAJ1 npu HU3KOM ypOoBHE CBOBOAHOI O KapHUTWHa B fo3e 75-100 mr/
Kr/cyT. Ero BBeieHWe MOXeT NpefoTBpaLlaTh BTOPUYHbIN AeDULNT KApHUTUHA.

BbIXuMKa caenaHa no TeKCTy pekoMeHAaLUmMmn 1 He 3aMeHseT ero. MonHbI 0PULManbHbIA TEKCT, KabKyNATOPbI M COKPaLLEHHaa BEpCHa:
https://wukonacedeHosa.pd/cr/790-deficit-3-gidroksi-3-metilglutaril-koa-liazy. OdpurumanbHbI ICTOUHKK: https://cr.minzdrav.gov.ru/
preview-cr/790_1
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