LUMAPFAJIKA MO KITMHUYECKOW PEKOMEHOALIWM - LLKOMA CEYEHOBA

MHoXecTBeHHas HeJOCTaTOUYHOCTb Kap6okcunas
(HepocTaTOUHOCTb 6UOTMHMAA3LI U CUHTETA3bl FONIOKap6oKcunas)

KnuHuyeckune pekomeHdaumnm MmHsapasa Poccuu - B3pocnble, AeTu - pegakuma 2026 r., ctaTyc «[pumeHaeTtcs» Ha 04.11.2026 - MKB-10:
E53.8 - Cotos negnatpos Poccum, Accoumaumns MeaMUMHCKUX reHeTUKOB

MHOXeCcTBeHHas He4OCTaTOUYHOCTb Kap60|<cvma3 — rpynna ayToCOMHO-peLeCCBHbIX HaPYLLIeHl/IVI obMeHa
6MOTNHA: HEOCTAaTOYHOCTb BMOTMHMAA3bl U CUHTETA3bI ronon<ap6on<cmna3. [maBHOE B NpaKkTke — paHHee
pacno3HaBaHne No HEBPOOrN4eCKMM, KOXHbIM U MeTabomyeckmm npun3Hakam, noareepxneHue
BUNOXMMUNYECKMMN U TEHETUYECKUMU TECTAMU U HEMENIEHHAS Tepanuna BbICOKMMK 03aMU 61oTUHa.

naBHoOe

« MHK BktovaeT aBe 60ne3Hn: Hb n3-3a mytaumin BTD 1 HCI™ n3-3a mytaumin HLCS; 06e npuBoadaT K AeduumTy
YeTbIpeX BUOTUH3aBUCUMBIX Kapbokcunas. OCHOBHOE eveHne — BUOTUH B BbICOKWX [403aX; 3afepxKa Tepanum
onacHa HeobpaTMbIM HEBPOOrMYECKUM NOBPEXAEHNEM.

HCI™ — paHHss, Yalle HeoHaTanbHas dopma; Hb — no3aHsa popma. Hb 4enaT no akTMBHOCTM BUOTUHWOA3bI:
ToTanbHasa <10% HopMbl, YacTuyHas 10-30%; HopManbHasa akTUBHOCTb B ChIBOPOTKE 4,4~12 HMOMb/MUH/MI.

TunnuHble NpoasnerHna Hb: MUOKNOHUYECKMUE MPUCTYMbl UM MHPaHTUINbHbBIE CMa3Mbl, TMMOTOHWUS, 3a4epXKa
Pas3BUTUA, HapyLEeHWA OblxaHWs, AepMaTUT/cebopes, anoneums, KOHbIOHKTUBUTLI, HEMPOCEHCOPHAasA TYrOyXOCTb U
nopaxeHue 3peHus. TotanbHaa Hb yalle MaHnpecTupyet B 3-5,5 Mecqua.

HCT” 06bIYHO HAUMHAETCS B MEPBbIE Yachl, OHU UMK HEAENW XM3HW: 0TKa3 OT e/lbl, MTOBTOPHAas PBOTA, COHIMBOCTb
MNW BO3GYAMMOCTb, PECMIMPATOPHBIE HAPYLLEHMS, TUMOTOHKS, 3KCOONMATUBHBIN AEPMATUT; 6e3 NeYeHNs BbICTPO
MPOrpeccUpyOT CyAOpOrH, aLmao3, OTEK MO3ra, YrHETEHWE CO3HaHUS U KOMa.

[rarHo3 noaaepXxmBatloT CHUXEHME aKTUBHOCTY BUOTUHWAE3bI, MOBbILLEHWE OPraHUYeCKUX KUCMOT MOYM — B-
rmaopokcum3oBanepaTa, B-MeTUNKPOTOHUATNULMHA, B-rMapoKCMNpOnMoHaTa, MeTUNUMTPAaTa, nakTaTa,
TUrMUNrAMUMHE — 1 noBbllweHne C50H B KpoBUW; B HeoHaTanbHOM nepuoae C50H 4acTo He MoBbILLEH.

Y BCEX HOBOPOXAEHHbIX B HEOHaTalIbHOM CKPUHWHIE ONpeaensoT akTMBHOCTb BUOTUHWMAA3bI B CYXUX NATHaX
KpoBu ans ucknoveHns MHK; YYP C, YOO 5.

Ha doHe 61oTrHa 06bIMHO HOPMAaNM3YKTCA METaboNMNYECKME NoKa3aTenm U KynvpyoTca anunentnyeckmne
NPUCTYMbI; BOMOCHI MPY anoneumm OTPaCcTaloT 3a HeAenM Unu MecsLbl. ATPOOUSA 3pUTENbHOIO HepBa U NoTepS
CIyxa MOryT COXPaHATbCH, OCOBEHHO MPW NO3AHEM CTapTe NeYeHus.

OunarHocTuka

1. CobpaTb CeMEeNHbIV 1 KINMHUYECKUIA aHaMHEe3: POACTBEHHbIN 6paK 1v cxodHble cryyan y cnbcos, AebtoT A0 3-6
MeCsILIEB, HaPYLLEHNS BCKAPMITMBAHWS, KPU30BOE TEYEHME, aNMNENTUYECKNE NPUCTYIbI, AblXaTeNbHble
pacCTPOWCTBa, anoneLums/aepMaThT, CHUXKEHME CNyXa UKW 3peHuns], 3aiepKa Unn yTpaTa HaBbIKOB.

2.Tpy 0OCMOTpE MCKaTb anoneLmio, aTonuyeckn 4epmMaTuT, AMbdY3HY FMNOTOHWIO, 384ePXKY MCUXOMOTOPHOMO
Pa3BUTKSA, MNOXO KOHTPONMPYEMbIE NPUCTYMbI, FENaTo- 1 CNIEHOMEranuio; yBenuyeHe neveHn 1 cene3eHku
yka3aHo npumepHo B 10% cnyyaes.

3. BbINOMHUTL KOMMIEKCHOE OnpeaeneHne aMMHOKUCNOT U aLMNKapHUTMHOB KPOBM METOAOM TaHAEeMHOWM Macc-
CMEKTPOMETPUM MPU KIMHUYECKMX Npu3Hakax HB/HCT; uenb — broxmmmyeckoe NoaTBEePXaeHME 1
ovodepeHumansHas auarHoctuka, YYP C, YO 4.

4. OnpenennTb OpraHnyeckue KMCNoTbl MOYM BCEM NaLLMeHTaM C KITMHUYeCKUMn npuaHakamu HB/HCT; xapakTepHbl 3-
rMapokcum3oBaneparT, B-METUNKPOTOHUNIINLMH, B-TMOPOKCUMPONUOHAT, METUNUMTPAT, NaKTaT, TUFNUATULLMH,
YYPB, YOO3.

5. OnpenennTb akTMBHOCTb BUOTMHMAA&3bI B KPOBM MPU Mpu3Hakax HB; HopManbHbIN Anana3oH B CbIBOPOTKE 4,4-12
HMonb/MuH/MN, YYP B, YOO 3. Ans TecTta 06bl4HO HYXHO 1-2 M/ CbIBOPOTKM UMW Na3Mbl, 0bpa3seL, cpasy
3aMOpPaxu1BaloT.

6. [Py CHUXEHHOM aKTUBHOCTM BUOTUHWAA3LI BbIMOMHUTE MONEKYNAPHO-TEHETUYeCKoe UccneaoBaHune BTD ang
noareepxaeHuna HB, YYP C, YO 5. MNpu HopManbHOM aKTUBHOCTM BUOTUHMOE3bI, HO BUOX1MUYecKoM npodune HCI
nccnegosatb HLCS, YYPC, YOO 5.
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7. ANs OLEeHKM COCTOSAHNSA TONTOBHOMO 1 CMMHHOIO MO3ra, BbIABIEHNSA XapaKTEPHbIX M3MEHEHWI K
avddepeHLmansHon anarHoCTUKM ncnonb3osaTs MPT/KT ronoBHOro 1 cnvHHoOro mosra, 39l /Buaeo-33I n
ayovnomeTpuio; ana KT/MPTun 33 — YYP B, yO O 3.

NeueHue

- fetam c noaTeepxaeHHon HB nnuv HCI™ HasHauyatoT 61MOTUH 5-20 Mr/CyT; Npy HEOOXOAUMOCTU 1038 MOXET
pocturatb 100 mr/cyT, YYP C, YOI 4. Bce BbISiBNEHHbIE CKPUHUHIOM MaLMEHTbI C aKTUBHOCTBIO BMOTUHMAA3b! < 1096
LOMKHbI NonyyaTb GUOTUH.

MaumneHTam ctapLue 18 net c noaTeepxaeHHon HB/HCT 1 nepuumMToM BMOTUHa HasHayvaroT 6GUOTHH 15-20 Mr/cyT;
YYPC,yOA5.

HeTam c yactnuHom HB Ha3HavatoT 6uoTtuH 1-10 mr/cyT; YYP C, YOO 5.

HeTam ¢ noaTesepxaeHHbIM anarHo3oM HB nnu HCI™ pekoMeHOoBaHO Ha3HaueHve cneuvanm3vMpoBaHHOro
NPOAYKTa AMETNYECKOr 0 NeYebHOro NMTaHa ¢ BUOTUHOM; OO3NPOBaHNE — MO UHCTPYKLUMK, OBbeM N 4YacTOoTy
npvema 3afaeT nevalmi Bpad ¢ ydetoM ctaaum n taxectu, YYP C, YOO 4.

MnageHuam TabneTky 6UoTUHa PacToNoYb U CMELLaTh C FPYAHBIM MOMTOKOM MM CMECHIO B NTOXKE, [03aTOpe Ui
wnpuLe. He knacTb CoaepxmMmoe TabneTkn B 6y ThINOUKY: CMECh MOXET NMPUMWUMHYTb K CTEHKAM UMW HE NPONTH
Yyepes COoCKY, UTO HapYyLLIMT AO3MPOBaHME.

MNpu yrpose nnm passuTnmM MeTabonmMyeckoro Kpnsa neyeHne HaunHaloT HeMeANeHHO: BBOAAT AEeKCTPO3Y Kak
MCTOYHMK YrIE€BOAOB A9 MOAABNEHNA KETOreHe3a Aaxe npu HopmasbHon rnokose; YYP C, YOO 5.

Mpu kpr3e 1 pH <7,2 BBOOAT HATPWUA r’MAPOKapOOoHaT: 4eTAM 40 5 neT — 1 MOKB/KI B KOHLEHTpaUMK 42 Mr/Mi, npu
HeobxoammMocTu noBTop Yepe3s 10 MuH 0,5 MOKB/Kr, CKOPOCTb He 6onee 1 Mn/Kr/MuH; oeTam ctaple 5 net — 2-5
MOKB/Kr 3a 4-8u; YYPC, YOO 5.

[MpY HeMPOCEHCOPHOM TYroyxocTu y naumeHToB ¢ HB/HCI noka3aHa koxrneapHas UMnnaHTauma ang
BOCCTaHoBreHud cnyxa; YYP C, YOO 5.

Korpa HanpaBuTb U Kak Ha6noaaTb
+ OKCTpEeHHas rocnmTann3aL/ms HyxHa Npuy yrpo3e unm passuTn MeTabonmMueckoro kpuaa: TpebyeTca MHTEHCUBHaSNA
Tepanus, KpyriocyToYHoe HabnoaeHUe 1 NPOGUNaKTUKa XU3HEYT POXAIOLLMX OCMOXHEHWN.

« JleyeHne MeTabonmMyecKoro Kpu3a NPoBOAAT B OTAENEHUN PeaHUMaLMK U UHTEHCUBHOW Tepanumu C y4acTUeM
aHeCcTe3nonora-peaHMaTonora u NpodunbHLIX CNeLManMcToB; KOHTponupytoT KOC 1 3NekTponunTbl, B TAXENbIX
CNy4asax BO3MOXHbI NepuToHearnbHbI auanna nnu VBJ.

« MnaHoBas rocnuTanuaaums nokasaHa, eCnu AMarHoCTVKa MK eveHne TpebytoT AIMTENbHOro AHEBHOr O/
KPYrnoCcyTOYHOro HabMoAEHUS M MOHUTOPUHIa KNMHMKO-NabopaTopHbIX MoKa3aTeneun.

+ MnaHoBas rocNUTann3aLms Takxe nokasaHa Ans 3KCnepTn3 Unn 06¢cnefoBaHun, KOTOpble HENMb3s BbIMOMHUTD
aMbynaTopHO, BKMtouas 0bopMIeHne 3aknoueHns deaepanbHoro KOHCUNMyMa Unv BpadebHOM KoMUCCH.

 Bbinncka BO3MOXHa nocne 3aBeplleHnda AMarHoCTuKn n neyveHmna npm OTCyTCTBUN YIrpO3bl XXN3HN U OCNOXHEHNN,
CTabunmnaaumm COCTOAHNA N KITKOYEBbIX na6opaToprlx rokasaTenen, BblMoIHEHHOM NnaHe 06¢cneoBaHNA U
BblaHHbIX peKoOMeHOaunaXx.

YacTble BOnpochl

YeM HegocTaTOYHOCTb 6MOTUHMAA3bI OTINYAETCA OT HE[OCTaTOYHOCTM CUHTETa3bl roflokapbokcunas?

0O6e 60ne3nHn aatoT MHK 1 cxoxXum knnHudeckn n bruoxmmmdecku. Hb ceazaHa ¢ BTD v HapyLleHneM peumpKynsaumm
B1oTMHa, 0bbIYHO AeboTnpyeT nosxe; HCI ceazaHa ¢ HLCS 1 HapyLueHeM GUOTUHUIMPOBAHWS, Yallle HaYMHaeTCA B
HeoHaTalbHOM NEPUOLE 1 NPOTEKAET TAXenee.

Kakune nabopaTopHble npu3Haku Hanbonee xapaktepHbl Ang HB n HCI?
Ny T CHMXEeHWe akTBHOCTM BMOTHHMAA3bI, NoBbileHe C50OH B KPOBW M MOBbILLEHNE OPraHUYECKNX KMCAOT MOYM: 3

rMOpoKcuM3oBanepaTa, B-MeTUIKPOTOHNAINLIMHA, B-TMAPOKCUIIPONMOHaTa, METUNLIMTPATA, NakTaTa U
TUrAMAFAMUMHA. B HeoHaTanbHoM nepuoae C50H y 60MbLUIMHCTBa MaLMEHTOB MOXET HE MOBbILLATLCS.

Kakas nosa 6MoT1Ha ncnonb3dyeTcs npu noareepxaeHHon MHK y neten?
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Mpv noaTeepxaeHHbIX HB 1 HCT” neTamM Ha3HadaloT 6uoTuH 5-20 Mr/cyT, nHoraa Tpedyetca no 100 mr/cyT; YYP C, YOO
4. MpuyacTnuHon HB y neten ykasaHa nosa 1-10 mr/cyT; YYP C, YOO 5.

YT0 penaTb Npy NOAO3PEHUN HA MeTabonnyecknumn Kpus?

JleyeHne HaumHaIOT HEeMeANEHHO M FOCANTaNM3NPYIOT SKCTPEHHO. BBOOAT AEKCTPO3Y ANS NOAABNEHNS KETOreHesa, a
npw pH <7,2 — HaTpua ruapokapboHaT B BO3pacTHbIX Ao3ax; YYP C, YOO 5.

Kak HabntogaTb nauneHTa ¢ Hb unn HCI nocne noctaHoBKM AnarHo3a?

ExeronHo npoBoaaT yriybneHHyo AncrnaHcepusaLmio u MynbTUAUCLMIIIMHapHOE HabnoaeHve. leHeTUK, HeBPOor,

odTanbMONOr 1 CypA0Nor-OTOPUHONAPUHIONOr OCMaTPUBAIOT He pexe 1 pa3a B rof Unu yalle npyv Heob6XoanMOCTH;
OAK 1 BUOXUMNYECKNI aHaNN3 KPOBK KOHTPONUPYIOT He pexe 1 pa3a B rof.

BbIXu1MKa caenaHa no TeKCTy pekoMeHaaLUmMmn 1 He 3aMeHseT ero. MonHbI 0PULManbHbIN TEKCT, KabKyNATOPbI 1 COKPaLLEHHaa BEpCUa:
https://iwkonaceyeHosa.pd/cr/337-mnozhestvennaya-nedostatochnost-karboksilaz-nedostatochnost. OduLmanbHbIM CTOUHKMK: https:/
cr.minzdrav.gov.ru/preview-cr/937_2
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