LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

Hapyu.leHuﬂ MUTOXOHAPWANbHOIO p-OKMCHeHMH XXUPHbIX KUCNOT

KnuHnueckune pekomeHdaumn MmHsapasa Poccuu - B3pocnble, AeTH - pefakums 2024 ., ctatyc «[pumensaeTcsa» Ha 05.11.2026 - MKB-10:
E71.3 - Coto3 neanatpos Poccuu, Accoumaumns MeAMUMHCKNX reHeTUKoB, ObLlepoccumnckas obLecTBeHHas opraHn3aLmg CoaencTBns
Pa3BUTUIO HEOHATONOrnK «POCCMMCKOE OBLLIECTBO HEOHATONOMOB»

HapyweH1st MUTOXOHAPWANbHOMO B-OKMCNEHNS XMPHbIX KCoT (FAOD) — rpynna HacneOCTBEHHbIX MOHOT €HHbIX
3aboneBaHWn, NpU KOTOPbIX HapyLLaeTcs BblpaboTKa aHEePrnn U3 XMPHBIX KUCMOT U TPAHCMNOPT KapHUTUHA.
CVMMTOMbI 4aCTO MPOBOLMPYIOTCH FONOLAAHNEM, UHDEKLMAMU UNN GU3NYECKOW HArPy3KOW; pekoMeHaaumns
OXBaTblBaeT ANarHOCTUKY, HEOTMOXHYIO MOMOLLb MPY METaboIMYECKOM KpU3e, AMeToTepanmio 1 AUCrnaHcepHoe
HabnwaeHne.

FnaBHOe

« [Mopo3pesatb FAOD criegyeT npu r’MnoKeTOTUYECKOW UMM HEKETOTUYECKOW MMMOrIMKeMUKU, OCOBEHHO Ha poHe
rONoAaHuA, MHPEKLN UN GUINYECKOW Harpy3KK, a Takxke Npu CoMeTaHnM KapaAnoM1MonaTmn, apuTMmnm, MuonaTmm,
pabaoMMonum3a, renatoMeranum n HapyLeH CoO3HaHKA.

. |_|pl/| MeTabonmyeckomM Kpn3e yCTpaHeHune runornnkeMmmn n 3HepFeTVILIeCKOI;1 HEOOCTaTOYHOCTUN UMeeT
nepBocTeneHHoe 3Ha4yeHne.

« OCHOBHOW MPUHLMMN JONTOCPOYHON Tepanuu — He AonycKaTb rONoAaHUA 1 KaTabonuama, obecneunTb
LOCTaTOYHOE MOCTYMNeHWe yrneBoaoB 1 NoobpaTth OrpaHUYeHne X1pPoB B 3aBMCUMOCTY OT Gopmbl FAOD.

* [pwn MeTabomyeckomM Kpn3e neyeHmne HaunHatoT HeMeANeHHO; PpaCTBOPbl AEKCTPO3bl MCMOMb3YOT AaXe Nnpu
HOpMaﬂbHOlh FNMKeMMKn, MNOCKONbKY 3anachbl rOKO3bl MOTYT 6bICTpO NCTOLWATbCA.

« leBokapHUTWH B fo3e 50-400 Mr/kr/cyT nokasaH npv NOATBEPXAEHHOW NePBUYHOMN HEAOCTATOUYHOCTU KAPHUTUHA.

B kayecTBe OCHOBHbIX MULLEBbIX UICTOUYHNKOB CPeAHELLeNOUEYHbIX XUPHbIX KMCMOT PEKOMEH0BaHO MCMONb30BaTb
50% amynbceunio MCT B NTaHUK NaLMEHTOB C HeJoCTaTOUHOCTbIO TFR, LCHAD 1 VLCAD; nauveHTam ¢ MCAD MCT
He pekoMeHAYTCS.

+ Habntogerve BegyT MynbTUANCUMNIMHAPHO: KOHTPOUPYIOT aLMIKAPHUTUHDBI, BUOXMMUYECKME MoKa3aTenw,
cepaLe, NeyeHb, MOYKM, 3pEHNE U HYTPUTMBHDIN CTaTYC; NALMEHTY M CEMbE BbIAAIOT NaMATKy Mo AENCTBUAM Npu
HauMHatoLLeMCS Kpu3e.

OunarHocTuka

1. CobpaTb aHaMHe3: 3M1304bl PBOTLI, TMMOrIMKEMUU, CYA0POr U HAPYLLEHUS CO3HaHWA, HENEePEHOCUMOCTb
ronoAaHnsa nnm GU3n4eckKomn Harpysku, MManrm, U3MeHeHne LBeta MOYM 0O KpacHOBATO-6ypon, apuTtMum;
YTOUHWUTb CryYan BHE3arNHOW 4eTCKON CMEePTU, CXOAHbLIX CUMMTOMOB Y POACTBEHHWKOB W HELLP-cuHapoma nnm
XMPOBOW OANCTPOOUM MEeYeHN Npu 6EPEMEHHOCTU.

2.Mpu1 OCMOTpPE OLLEHUTb CO3HaHWe, Hannume CyA0POr, MbILLEYHOM MMNOTOHWUM UM CNaBocTW, 6ONE3HEHHOCTM MBILLILL,
renaToMeranuu, HapyLieHuin pyuTMa 1 NPU3HaKOB CEPAEYHOM HELOCTAaTOYHOCTH.

3. Y naumMeHTOoB C XapakTepHbIMU CUMNTOMaMM ONpeaenuTb CBOBOAHBIN KAPHUTUH U NPOGUIb aLMNKapHUTUHOB B
kpoeu (YYP C, YO 5); 00HOBPEMEHHO UCCNEN0BATL OPraHNUYECKME KUCIOThI MOYM METOLOM Fra30BoM
xpomaTorpadum-macc-cnektpometpum (YYP C, YOO 5).

4. [Mpw Broxnmmndeckunx npuaHakax FAOD npoBecTv MONeKyNApHO-reHeTUYECKOe NCCedOBaHNE C MONCKOM
BurannenbHbiX NaToreHHbIX BApHaHTOB B COOTBETCTBYIOLLMX FreHax MeTodamu cekBeHnposanus, MNLUP n/vunvm MLPA
AN NOATBEPXASHNSA AMarHo3a v MenKO-reHeTUYECKOro KoHCYNnbTuposaHua (YYP C, YOO 4).

5. OUEHNUTb TAXECTb COCTOAHNS OBLLMM aHaNM30M KPOBHK, BUOXMMUYECKNMUM NOKa3aTeNsaMm C roKO30M,
TpaHcamMunHa3amu, KOK, aMMr1akoM, NakTaToM, KpeaTUHUHOM M 3NeKTPOonUTaMu, a Takxe nokasaTensiMm KUCNOTHO-
OCHOBHOIO COCTOSIHUSA; MPW MOA03PEHNMN Ha KPU3 KOHTPOIMPOBATL MH0KO3Y, NakTaT, pH v anekTponuTsl (YYP C,
YOO 4-5).

6. [Ing oLLeHKM nopaxeHua opraHos BbinonHUTL SKI™ 1 OxoKT, Mpu HapyLLeHWAX pUTMa — XONTepOBCKOe
MOHWUTOPUPOBaHKE; TakXe NPOBECTH Y3M opraHoB 6POLIHOM MOMOCTH 1 MoYek 1 odTansmockonuio (YYP C, YOO 4-
5).
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7.T1py nocTaHoOBKe AnarHo3a NOAKMOUUTb MYbTUANCLMUMIIMHAPHYIO KOMaHAY: FEHEeTUKa, ANeTonora, Kapamornora,
HeBponora, ohTanbMonora, racTPO3HTEPOsora, Hehponora v ApyrMx CneumranvMcTos no nokasaxuam (YYP C, voa
5).

NeueHue

« /136eratb ANUTENbHBIX MEPEPLIBOB B MUTaHMK y Bcex naumneHTos ¢ FAOD (YYP C, YOO 5). Y NaumMeHTOoB C TAXENbIM
TeueHueM ¢ 8-12 MecsLLeB nepe CHOM MOXET NPUMEHATLCSH KYKYPY3HbIM Kpaxman 1 r/Kr/cyT; npyu HOUHOM
rMNOrMMKeEMUN BO3MOXHa [ONONHUTENbHAsA [O3a B TOM XE KONUYecTBe.

Mpu MHOEKLMN U ApyroM MeTabonnyeckoM CTPeCcce cpasy yBeNMUYUTb NOCTYNIeHWe yrneBoAoB: UCNOMb30BaTb
HanuTkm ¢ 20-25% 0eKCTPOo30m MO0 KYKYpPY3HbIV Kpaxman y NaLumMeHTOB cTaplue 8 MecsLEeB B pa3oBow Jo3e 11/kr,
pacnpenenss npuembl B Teuerune cytok (YYP C, YOO 5).

[Npu Kpr3e BBOAUTL AEKCTPO3Y BHYTPUBEHHO NOA KOHTPOMEM MIMKEMUN: HOBOPOXAEHHbIM 1 AeTaM Ao 3 neT — 10-
12 Mr/kr/MuH, B Bo3pacTe 3-10 neT — 8-10 Mr/kr/MuH, cTaplue 10 neT — 5-8 mr/kr/mMuH (YYP C, YOO 4). Mpw raokose
HWXe 2,5 MMOIb/N cHavana BBECTU He MeHee 1096 0eKCTpOo3y 2-3 MN/KI CTPYWHO, 3aTeM NPOAOIXUTbL 10%
OEKCTPO3Y CO CKOPOCTHIO 79 MI/KF/MUH.

Mpw 3HaUMTENBHOW FUNEepPriInkemMmn, Hanpumep ebille 13,8 MMOIb/M, C FIIOKO3YpUen 1 COXPaHALWMMUCA
npu3HakaMmm MeTabonMyecKon AekoMmneHcauum cnefyeT pacCMOTPETb BO3MOXHOCTb MHPY 31U paCcTBOPUMOTO
4YenoBeYEeCKOro reHHO-MHXeHePHOr o MHCYIMHA C HayanbHOW 0o3bl 0,01 ME/Kr/MWH; LLeneBon YPOBEHb M1OKO3bl —
5,5-8,3 Mmonb/n.

Mpw BukapboHaTe HMxe 16 MOKB/N KOPPEKTUPOBaTb METabOIMYECKNI aUMa03 HAaTPUS TMOPOKapbOHaATOM; 003y
paccunTbiBaloT Kak (-BE) x Maccy Tena (kr) x 0,3. Mpu ammuake Bbiwe 150-200 MKMOSIb/M1 Ha3HauaoT HaTpHs
6eH30aT 250 Mr/Kr/cyT, npu HeobxoaumocTu Ao 500 Mr/kr/cyT (ana Macchl 6onee 20 kr — Ao 5,5 rim2/cyT) (YYPC,
yOa 4-5).

Mpw NepPBUYHON HEJOCTATOYHOCTU KaPHUTUHA Ha3HaYaTb NeBOKapHUTUMH 50-400 Mr/Kr/cyT B TpU Npuema C
KOPpPEKLLMEN MO YPOBHIO KAPHUTUHA B NMNasMe; KOHLEHTPaLMIO U3MepSTb HE paHee ueM vepes 4 yaca nocrne
npvema (YYPC, YOO 5).

Mpwn LCHAD v TFP obluas 0o X1poB nocne BBeAeHUA NpukopMa cocTtasnaeT 25-30% KanopunHoCTH, n3 Hx 20-
25% —MCTwn5-10% — LCT.

He npuMeHsITb BarnbnpoeByto KUCIOTY NPWY HEOBXOANMOCTU MPOTUBOSMUNENTUYECKOW TEpPanuu C LLEMNbIo
NpefoTBPaLLeHWs Pa3BUTUA NeYeHoYHOM HegocTaTodHocTun (YYP C, YOO 5).

Korpa HanpaBuTb U Kak HabnogaTb
- focnuTanu3MpoBaTh NPY METABOINYECKOM Kpu3e AN HeMeOneHHON MHTEHCKBHOW, B TOM UMCe MHDY3NOHHOW,
Tepanuu.

« MpY MHDEKLLMM MU TaCTPOIHTEPUTE FOCTIUTaNM3aLLUS HEOBXOAMMA NPU KITMHUYECKOM yXyOLLeHUM, 0TKa3e OT efbl
UnW pBOTE, €Cn TpebyeTcs MHAY3MOHHAsA Tepanus.

+ OKCTPEeHHas rocnuTanmnsaums nokasaHa Npy 0CTPOM 3a60M1eBaHUM, 060CTPEHUM XPOHNYECKOrO 3a60NeBaHws,
OTPaBNEHWN, TPABME UK COCTOSIHUM, TPEBYIOLLEM MHTEHCUBHOW Teparnuu, KpyrnocyTOYHOro HabnioaeHns nuéo
nepeBo/a B peaHMMaLmio.

« [MaumeHTam ¢ FAOD noka3saHo KoMmnekcHoe obcnefoBaHne B MHOronpoguinbHOM CTalMoHape oamH pas B 6-12
MECSALLEB B 3aBUCUMOCTM OT TAXKECTN COCTOAHUSA.
YacTble BOnpochl
Kakue npu3sHaku AomKHbl 3acTaBUTb 3anofo3putb FAOD?
KntoueBble NprM3HaKM — rMNOKETOTUYECKAsA UMM HEKETOTUYECKAas TMMOrNMKEMMS NMOCEe roNoAaHns U nHpekumm,

PBOTa, COHMMBOCTb W HAapYLLIEHWE CO3HaHWS, renaToMeranus, KapaMoM1onaTus UM apuTMus. Y feTel ctapliero
BO3pacTa W B3POCTbIX XapaKTepHbl MUaNrnm, HENepPeHOCUMOCTb Harpy3Ku, PabaoMUONU3 1 KpacHOBaTO-0ypast MoYa.

Kak nogreepxpatot agnarHo3 FAOD?

OnpepnensitoT CBO6OAHbIN KAPHUTWH W aLLUNKAPHUTUHBI B KPOBW, OPraHUYeckne KMCNoTbl B MOYe, 3aTEM Npu
BUOXMMMUYECKMX NPU3HaKax MPOBOAST MOMEKYNSIPHO-FEHETMYECKOe cCcnefoBaHue. [narHo3 NnoaTBepXaatoT
XapaKTepHbIM NPOdUNEM KaPHUTUHOB M B1aniefbHbIM1 NaTOreHHbIMU BapaHTaMy B COOTBETCTBYIOLLEM reHe.
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YTo genaTb Npu HpeKkumm y naumneHta c FAOD?

He ponyckaTtb ronofaHus 1 ¢ NepBbixX MPU3HaKOoB 60ME3HN yBENUUUTL NOCTYNNEHME YrNeBOAOB: UCMOMb30BaTh
pacTBoOp AekCTpo3bl 20-25% 1nun KyKypy3HbIV KpaxmMan y nauveHToB cTaplle 8 Mecsaues B fo3e 1r/kr. MNpu pBoTe,
OTKa3e OT e/ibl UK YXyAWEeHUN COCTOAHUSA HYXHa roCnuTann3aums 4ns nHQy3noHHOW Tepanuu.

Korpa npu kpu3e HauMHaTb BHYTPUBEHHYIO AEKCTPO3Y?
HOY3MIO HAaUMHAKOT Kak MOXHO paHbLUe MPU TAXENOM COCTOSIHUM, BLICOKOW TemnepaType, MOBTOPHOW PBOTE UK

TAXENOM raCTPO3HTEPUTE U NPOAOIXAIOT AaXe MPY HOPManbHOW rNoko3e. MNpu rniokKo3e HUXe 2,5 MMONb/N BBOAAT
He MeHee 1096 0ekCTpo3y 2-3 MN/KIr CTPYWHO, 3aTeM NPOAOMXAT UHDY3MIO.

CnepgyeT N1 Ha3HayaTb NEBOKapHUTUH BCeM naumeHTam c FAOD?
HerT. MNpu pedekTax okMcneHus ANMHHOLENOYEYHbIX KMPHbIX KUCNOT NEBOKaPHUTUH Ha3HaYaloT C OCTOPOXHOCTbIO;

BHYTPVBEHHOI O BBEIEHWSI NEBOKaPHUTMHA MPU OCTPbIX METABONMMYECKMX HapyLLEeHUSX cneayeT u3deraTb. Mpu
NepBUYHON HEAOCTAaTOYHOCTU KAPHWUTVHA NEBOKAPHUTUH SIBMSIETCS OCHOBHOM Tepanueit.

BbIXu1MKa caenaHa no TeKCTy pekoMeHOaLUmMmn U He 3aMeHseT ero. MonHbI odULManbHbIA TEKCT, KabKyNATOPbI 1 COKPaLLEHHaa BEpCHa:
https://lukonaceyeHoBa.pd/cr/634-narusheniya-mitohondrialnogo-okisleniya-zhirnyh-kislot. OpuumanbHbI UICTOUHMK: https://
cr.minzdrav.gov.ru/preview-cr/694_2
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