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BBEAEHMUE

OnpeaeneHue

MeTtunmanoHoBas aungemus (aunaypus; MMA) — reHe-
TUYECKM TeTeporeHHoe HacneacTBeHHoe 3aboneBaHue m3
rpynnbl OpraHM4yecKnx aumaeMmnn, obycnoBieHHoe 610KMPo-
BaHMEM o6MeHa NPoMNMOHaTOB Ha YPOBHE nepexoa MeTU-
ManoHun-KoA B CcyKuMHWA-KOA 1 HapyweHueM meTabonmns-
Ma psaa aMMHOKMCNOT (M30nenumHa, BasiMHa, TPEOHUHA,
METMOHWHA), XMUPHbIX KMCNOT C HEYETHbIM YMCIOM aTOMOB
yrnepofa 1 xonecTepuHa.

OTtnonorua u natoreHes

Knaccuyeckas ¢opma 3aboneBaHuss o6ycnosieHa
neduuntom metnmanoHun-KoA mytassbl (reH MUT) ¢ NonHbIM
(mutO) nn yacTnyHbIM (Mut-) OTCYTCTBMEM aKTUBHOCTHU dep-
MeHTa. KodaKkTopom gaHHOro depMeHTa 9BNgeTcs BUTaMUH
Bqo, Noatomy fedexTbl metabonmama AaHHOro GpepmeHTa
TaKXe COMpOBOXAaloTCs METU/IMANOHOBOW auuaypuen —
M30/IMPOBAHHOW MM B COYETAHMM C TOMOLMCTUHYPUEN.
Nokanunzsaumsa reHa MUT — 6p21. PopMbl METUIMASIOHOBOW
auMaypun, CBA3aHHbIE C HapylleHUaIMU meTabonnuama BuTa-
MuHa By,, 06ycnoBneHbl mytauuamm reHos MMAA n MMAB,
Koaupylouwmnx obMeH afgeHo3unkobanamuHa (bopmbl chlA,
cbIB), unn peduuntom metunmanoHunn-KoA anumepassbl (reH
MCEE). Nlokanusaumusa reHoB — 4q31.1-g31.2 v 12924,
2p13.3 cooTBeTCTBEHHO. KpailHe peako BcTpevaeTcs
dopmMa MeTMIMasiOHOBOM auuaypuu, CBsi3aHHas C Hepdo-
CTATOYHOCTbIO peuenTopa TpaHCcKoGanamuHa M MyTauuen
reHa CD320, KoTopbln KapTupoBaH Ha 19p13.2. MyTauuu
reHoB 06ycnoBaMBaT GOpPMbl METUIMANIOHOBOKW aunaypuu
C romounctuHypuen: LMBRD1 — ¢dopmy cblF, MMADHC —
cbID, MMACHC — cbIC. Tun HacnegoBaHus Npu BCEX reHe-
TUYECKMX BapuaHTax — ayTOCOMHO-PEeLIeCCUBHbIN. Takke
onucaHbl dopmbl MMA, 06YyCNOBJ/IEHHbIE WCTOWEHUEM
MuToxoHapuanbHon [AHK 1 cBA3aHHble ¢ MyTauMsaIMn reHoB

SUCLA2, SUCLG1. AaHHble 3a60/ieBaHUsI OTHOCATCA K rpyn-
ne MUTOXOHAPUANbHbIX aHLedanonaTum, u TakTUKa ux neve-
HUS OTAIMYaETCA OT Tepanuu apyrux Gopm MeTUIManoHoBOM
aunaypuu [1, 2].

MaToreHe3 3aboneBaHWsi CBA3aH C HaKOMAEHWEM
NPOU3BOAHbIX METWIMaNOHOBOM W MPOMMOHOBOM KWUCAOT
BCNeacTBME 6/10KMpPOBaHUA oO6MeHa Ha ypoBHe nepexona
MeTuaManoHun-KoA B cykumHun-KoA. MpealuecTBeHHWKaMuU
NPOMMOHATOB B OpraHn3Me ciyaT aMUHOKUCOTbl 301ewn-
LIMH, BaNuUH, TPEOHUH U METMOHMH (50% obLiero KonmMyecTea
NPOMMOHATOB), XMPHbIE KUCNOTbl C HEYETHLIM YUCIOM aTo-
MOB yrfiepoja 1 xonectepuH (25%); octanbHas 4acTb NPOMNuU-
OHaTOB 06pa3yeTcs B KULEYHUKE B pesynbraTte gesTeNbHO-
CTW 3HAOreHHOM dnopbl. HakonneHne opraHU4ecKmUx KUCNOT
(MpONMOHOBOW, METUIMANOHOBOW, METUTIMMOHHOW W Ap.)
BeET K TAXKEeNOMYy MeTaboIM4eCKOMY KEToaLnao3y, BTOPUY-
HOM r’MNepPaMMOHUEMUN, TUNEPTINLUHEMUN, TUNIOTTUKEMUN.
MOBbIWEHHbIN YPOBEHb B KPOBM M BbICOKas MoyeyHas aKc-
Kpeuns NpPonnoHWIKapHUTMHa 06yCNoBANBAIOT UCTOLLEHME
3anacoB KapHWUTUHA W ero BTOPUYHbIN AeduumT (puc. 1).

Anuaemuonorua

3aboneBaHne BCTpedvaeTcsd B Pa3/iMyHbIX MNOMNyNAuM-
AX. YactoTa cpean HOBOPOXKAEHHbIX B CTpaHax EBponbl —
1:48 000-1:61 000; nonoBWHa cny4yaeB MpeacTaB/eHa
B1o-pe3ncteHTHbiMK dopmamun. B Poccuitckon deaepadimm
TOYHas YacToTa 3ab6oneBaHus He onpegeneHa.

Koauposanue no MKb6-10
E71.1 Apyrue BuAbl HapyweHUs obMeHa aMUHOKWUCIOT
C pa3BETB/IEHHOM Lienblo.

Knaccudpukauyusa
Bblgensor Bjy-pesncteHTHylo (okono 1/2 cnydaes)
n Byy-3aBUCHMMYIO GOPMbI METUIMANIOHOBOW aLuaypun.

Puc. 1. Cxema MeTab0/IM4ECKUX HapyLLEHWH Npyu METUIMAaNOHOBOM aluuaemMmmum

Fig. 1. Diagram of metabolic disorders in methylmalonic acidemia
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B1o-pesncteHTHaa GopmMa xapaKktepuayeTtcsa 6onee paHHewn
MaHUbecTaLmen U TAaxeNbIM NPUCTYNO06Pa3HbIM TEHEHUEM.

Mo cpokaM nosiBAeHWsa NepBbIX MPU3HaAKOB 601e3HM pas-
NMYalOT HeoHaTasbHYI0, M1IaAeHYECKYI0 1 NO3AHI0I GOopMbI.

Mpumepbl GopmMynUPOBKU AMArHO30B

°  MeTuamanoHoBas aunaypus.

°  MeTtuamanoHoBas aunaemms.

e HapyweHns obMeHa aMWHOKWC/IOT C pa3BeTBAEHHOM
Lernbto (MeTnamaaoHoBas auugemms).

AUATHOCTUKA

AvarHocTuka MeTWIManoHOBOW auuaypuu OCHOBaHa
Ha aHanvW3e pPOAOC/TIOBHOM, OLEHKE AaHHbIX aHaMHesa,
KIMHUYECKUX MPOSIBNEHUI, pe3ynbTaTax aHaliu3a YpPOBHS
AMWHOKMUCNOT M30/elLMHa, BasiMHa, METUOHWHA, TPEOHM-
Ha, MMWLUMHa B KPOBM, onpeaeneHnn coaepaHnusa B KPOBH
nponuoHmMnKapHuTUHa (C3) n ceob6oaHoro KapHutuHa (CO),
NoYeYHOM IKCKPELIMM OPraHUYEeCKMUX KUCIOT — 3-TUAPOKCH-
NPONUOHOBOW, METUIIMMOHHOM, MPOMUOHWUA- U TUTNWATINU-
LUMHa (puc. 2).

Mano6bl U aHamMHe3

PBoTa, gervaparaums, oTKas oT eflbl, CHUXKEHWE MacChl
Tena, reHepann3oBaHHas MbllleYHas TUNOTOHUSA, runep-
pedneKkcus, BANOCTb, COHIMBOCTb, KOMATO3HbI€ COCTOSAHUS,
BO3MOXHbl CyAOpOru (Npu HeoHaTanbHOM popme — B nep-
Bble [HW XM3HU, NPKU MNajeH4yeckon d¢opme — B NnepBble
MecsLbl }W3HW). JleTanbHOCTb B paHHEM BO3pacTe AOXOAUT
no 40%.

MeTabonunyeckne Kpu3bl Npu MeTUIMaloOHOBOW auuay-
puK, Beaylme K KpUTUHECKUM, YrPOXKaeMbIM KU3HU COCTOSA-
HUSAM, NPOABASAIOTCS B BUAE OCTPbIX aHUedanonatui u npu-

Puc. 2. AnropuTMbl BefileHus nauveHTa
Fig. 2. Patient management algorithms

CTYNoB PBOThI, BO3MOXHO pa3BuTue cygopor [3-5]. Kpuasbl

06bI4YHO MPOBOLMPYIOTCH PasHbIMU HeGaronpUATHLIMMU

dbaKTopamu, KOTopble 06YCMOBAWBAIOT YCUIEHWE MpoLec-

COB KJIETOYHOro Katabonnama ¢ 06pa3oBaHMEM TOKCHUYHbIX

MPOMUOHOBLIX MPOU3BO/HBbIX:

* npuem 6eflka v IMNUI0B B KONMYECTBE, NPEBbILIAIOLLEM
TONIEPaHTHOCTb OpraHn3Ma 60/1bHOro PeGeHKa;

° Hej0eAaHWe, HU3Kan KajlopUMHOCTb paLMoHa;

®  UHTEPKYPPEHTHble PEeCcrnupaTopHbie WU Xesy[oyHo-
KULLIEYHbIE MHDEKLIMOHHbIE 3a60/1eBaHNS;

°  BaKUMHaLWS;

°  bU3MYecKas UK NCMXOIMOLIMOHANbHAA Harpy3Ka.

dusuKanbHoe o6cnefoBaHue

3ageprkka GU3MYECKOro U NCUXOMOTOPHOIO pPas3BUTHS,
YyacTble PeCNUPATOPHbIE U KENYAOYHO-KULLEYHbIe MHEKLMU
(y 80% 60nbHbIX), y 1/2 nauMeHToB HabnoaaOTCA Cyaoporu
(TOHUKO-KJIOHMYEeCKHne, abcaHCbl, MUOKJIOHMM). HacTble npo-
SB/IEHUS METUIMaNOHOBOW aLMAEMUN — 3IKCTpanuMpamui-
Has cMMNTOMaTKKa, MHCYNbTONOAOGHbIE 3NN304bl, AunaTa-
LMOHHas WK pexe runeptpoduyeckas KapguomuonaTus
(y 20—30% nauuneHToB), HapyLWeHUs pUuTMa cepaLa, ocTpbii
naHKpeaTuT, aTtpodua 3puUTeNbHbIX HepBOB (Y 1/2), apuTe-
MaTo3HbIM gepmatuT (y 1/3).

YKasaHHas cumnToMaTiKa MoxeT AebtoTMpoBaTth B pas-
HOM BO3pacTe M He Bcerga obycnoBieHa MeTaboM4YeCcKoON
LeKoMmneHcaumnen.

Y 60MbHbIX CTapwero Bo3pacta npeBaampytoT yMCTBEH-
Hasi OTCTaNnoCTb, MUKpouedanus, pe3nucTteHTHas CUMNTO-
MaTuyecKas anufencus, CcnacTMY4ecKUn TeTpanapes,
3KCTpanMpamuaHble HapylweHus. Bo3MOXHO pa3BuTne BHY-
TpUYEpPEnHbIX KPOBOU3AUSAHWUIA. TpU ANUTENBHOM TEYeHUM
60M1€e3HN — NopPaXKeHMe NOYEK U NEYEHH.

‘ MauumeHT c nogo3peHnem Ha METUIMaIOHOBYI0 aLluaeMuUIo
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PaHHUMW KIMHUYECKUMU MPU3HAKAMU METaboMYeCcKo- HWUS B KPOBM MPOMNUOHUIKAPHUTHHA (C3) M cBOGOAHOIO

ro Kpu3a chayxaT BS0CTb, COH/IMBOCTb WAW pa3fparku- KapHuTUHa (CO), rMUMHa B KPOBM, MOYEYHOMN IKCKPELUU
TeNbHOCTb, OTKa3 OT eAbl, pBoTa. HeBponorvyeckme pac- OpraHMYyecKmUx KUcnoT — MEeTUIMaNOHOBOM, 3-rMAPOK-
CTPOMCTBA NPOrpeccupytoT BAAOTb 4O CTynopa WMan KOMbI, CUMPOMUOHOBON, 3-TMAPOKCHU-N-BanepuaHoBoOmn, MeTUA-
06ycnoBAnBasi BbICOKYIO NNETa/IbHOCTb. TAXECTb COCTOSIHUS JIMMOHHOM, NponuoHunranumHa [3, 9, 10] (cuna peko-
onpegensieTcs, rmaBHbIM 06pa3oMm, BblparKeHHbIM MeTabo- mMeHaauuni A; AOCTOBEepHOCTb jAoKa3aTtesbcTB I,
JIMYECKMM KeToaungo3om. Kpome Toro, MOryT UMeTb MECTO 34ecCb U ganee cuna peKoMeHjauun U A4OCTOBEPHOCTb
rMNOrMKEMUS (B HEKOTOPbIX CAyyYasax rUneprimvkemus), [LOKazaTenbCTB NpeacTaBneHsbl B Tab. 1, 2).
runepammMmoHvemus, 06e3BoxnBaHme. CoctosiHue metabo- KommeHTapuu. O6cnefoBaHUi0 Ha METUMAaIOHOBYIO
JIMYECKOr0 Kpu3a, OCOBEHHO Yy AeTei paHHero Bo3pacTa, auMaypuio nogaexar cneaylowme rpynnbl geTen:
CNYXXMT NOKa3aHMeM K rocnutannidaumm u aBaseTcs OCHO- — [eTn no6oro Bo3pacrta M3 CeEMeW, MMetowmnx 60b-
BaHWEM N5 NPOBEAEHN MHTEHCUMBHON Tepanuu [3, 6-8]. HbIX C JaHHbIM 3aboneBaHWeM (B NMepBYO o4yepesb,
6paTbsi M cecTpbl 60/ILHOIO);

JlaGopaTopHas gMarHocTuka — [€eTu NepBblX HedeNb U MECHALLEB KU3HM, Y KOTOPbIX
e PeKomMeHayeTcsi npoBejeHMe TaHAEMHOW Macc- nocse HeKOTOPOro nepuoga (MHOrAa O4YeHb KOPOT-

cnektpomeTpun (MC/MC) ans onpeneneHusa cogepka- KOro — B TeYEeHWEe HECKOJIbKMX CYTOK) YAOBJIETBO-

Ta6nuua 1. Cuna pekomeHaaumm
Table 1. Strength of recommendations

Cuna
- OnucaHue PacwudpoBka
peKomMmeHaauun

PekomeHaaumns ocHoBaHa Ha BbICOKOM YPOBHE

A [loKa3aTeNbHOCTH (KaK MMHUMYM OofHa y6eauTenbHas MeTopn/Tepanua nepBon NMHUM NGO B COYETaHUMU
ny6nmMkaums | ypoBHA JOoKa3aTeNbHOCTH, NOKa3biBatoLLas CO CTaHAapTHOM MeTOAUKON/Tepanuen
3Ha4YUTENbHOE NPEBOCXOACTBO NOMb3bl HAZ PUCKOM)
PekomeHfaLnsi oOCHOBaHa Ha cpejHeM ypOBHe MeToa/Tepanua BTOPOM IMHMK NTMGO Npu OTKase,

B [loKa3aTeNbHOCTH (KaK MUHUMYM OfHa y6eauTenbHas NPOTMBONOKa3aHWN N HeE3PHEKTUBHOCTHU
ny6nanKkaums Il ypoBHS JOKa3aTenbHOCTH, MOKa3biBatoLwas cTaHjapTHOM MeTOAMKKU/Tepanuu. PekomeHayeTcs
3Ha4YUTENbHOE NPEBOCXOACTBO NOMb3bl HAZ PUCKOM) MOHUTOPUPOBaHME NOGOYHbIX SBAEHUN

HeT Bo3parkeHWn NpoT1B JaHHOro MeTofa/Tepanum
WK HET BO3PAKEHMU NPOTUB NPOLOMKEHUS AaHHOTO
meTofa/Tepanuu.

PekomeHaoBaHO Npu 0TKa3e, NPOTUBOMOKa3aH!W UK
HeahdEKTUBHOCTH CTaHLaPTHOM METOANKKN/Tepanum
Npwv YCII0BUKU OTCYTCTBMSA NOBOYHBIX 3P deKToB

PekomeHfaunsi o0CHOBaHa Ha cniabom ypoBHe
[OKa3aTeNbHOCTH (Kak MMHUMYM OfiHa y6eanTenbHas

C ny6naunkaums lll ypoBHS JoKa3aTenbHOCTH, MOKa3biBatoLlwas
3Ha4uTENbHOE MPEBOCXOACTBO NOMb3bl HAA PUCKOM), MU HET
y6eanTeNnbHbIX AaHHbIX HW O MOSIb3€, HU O PUCKEe

OTcyTCTBME YOoeanTenbHbix nybnunkauui |, Il unu Il ypoBHs
[lOKa3aTeNbHOCTH, NOKa3blBaloOLMX 3HA4YUTENIbHOE NPEBOCXOACTBO
D NoNb3bl Haf PUCKOM, 60 yoeauTeNbHble nyonukauuu |, 1l unu He pekomeHgoBaHO
Il ypoBHS JoKa3aTelbHOCTH, MOKa3biBalowWwmne 3Ha4YnTebHoe
NPeBOCXOACTBO PUCKa Haf Nonb30W

Ta6nuua 2. YpoBHM Yy6eAUTENbHOCTH [JOKa3aTeNbCTB
Table 2. Levels of evidence credibility

YpoBeHb y6eauTebHOCTHU

Hokasaranbors UCTOYHMK fOKa3aTenbCTB

MpocneKTMBHbIE paHAOMW3MPOBAHHbIE KOHTPOIMPYEMbIE UCCNEA0BAHUS.

[ocTaTo4HOE KOMMYeCTBO UCCef0oBaHWM C 4OCTAaTOYHOM MOLLHOCTbIO, C y4acTuem 60MblIOro KoamMyectsa
nauMeHToB 1 Nony4yeHrem 60/bLOro KoMYecTBa AaHHbIX.

KpynHble meTaaHanmsbl.

KaK MMHMMYM OZIHO XOPOLIO OpraHNM30BaHHOE PaHAOMU3MPOBAHHOE KOHTPOIMPYEMOE UCCedOBaHMeE.
Penpe3eHTaTtMBHasa BbiI6OpKa NauMeHToB
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MpocneKkTuBHbIE C/6€3 paHAOMU3aLMK UCCNIEA0BAHNSA C OrPaHUYEHHBIM KOIMYECTBOM AaHHbIX.
HecKonbKo nccnefoBaHui ¢ He60bWKUM KONMYECTBOM NaLMEHTOB.

XopoLlo opraHM30BaHHOE NPOCNEKTUBHOE UCC/IeA0BaHMUE KOropThl.

MeTaaHann3bl orpaHnyeHbl, HO NPOBEAEHbI Ha XOPOLLEM YPOBHE.

PesynbTathbl HENpPe3eHTaTUBHbI B OTHOLWEHWU LIeSIeBOM NONYNALMUN.

XopoLlo opraHM30BaHHble UCCNeA0BaHUS «ClyYan-KOHTPOb»

HepaHaomMu3npoBaHHble KOHTPOMPYEMbIE UCCIeJOBaHUS.

MccnepoBaHms ¢ HeLOCTaTOYHbIM KOHTPOSIEM.

PaHAOMW3MpPOBaHHbIE KIMHUYECKME UCCIeA0BaHUS KaK MUHUMYM C OLHOW 3HAYUTENbHON UM KaK MUHU-
1 (3) MYM TpeMs He3HaYnTeNbHbIMU METOLONOIMYECKUMHM OLUMOKaMM.

PeTpocneKkTuBHble Unu HabnoaaTenbHble UCCneoBaHUs.

Cepus KNMHUYECKUX HaboAeHWN.

MpoTuBOpeUMBbIE JaHHbIe, He MO3BOIALME CHOPMUPOBATL OKOHYATENbHYIO PEKOMEHAALLUIO

MHeHuWe aKcnepTa Unu AaHHble U3 OTYETa IKCNEPTHOM KOMUCCUU, SKCNEPUMEHTAIbHO MOATBEPKAEHHbIE U
TeopeTnyeckn o60CHOBaHHbIE




PUTENBHOIO COCTOSHMA MOSIBUAMCHL PBOTa, OTKa3 oOT
efbl, NeTaprus, rMNoToOHUS, CyA0POrK, Koma, MeTabo-
JIMYECKUI aumnao3, KETOHYPHUS;
— AeTu nboro Bo3pacta ¢ NOBTOPHLIMU NPUCTYyNamu
PBOTbI, BAOCTHU, COHAMBOCTU, TMNOTOHUMU, KETOALM-
[L033;

— [eTu, oTcTallimne B MNCUXOMOTOPHOM pPasBUTUM,
C anunencuen, HapyleHnem MbllEeYHOro ToHyca.

Heo6xoaMMo ¢ 60JiblON OCTOPOXKHOCTBIO OTHOCHUTLCH
K MHTEpNpeTaLmmK JaHHbIX NOKa3aTenen, KoTopble ABAAIOTCA
BO3pacT3aBUCUMbIMU. B psage cnyyaeB (y HOBOPOXKAEHHbIX)
KOHLIEeHTpaLMa NponMoHunKkapHuTHa (C3) MOXKeT ocTaBaTb-
csl B npejenax HoOpPMbl, HO NOBbLILAETCSH COOTHOLIEHWE NPO-
NMUOHUNKAPHUTUH/aLEeTUNKapHUTUH (C3/C2).

YpoBHU n3onenunHa, BanvHa, METUOHMHA W TPEOHMHa
B KPOBW Y MHOTMX NaLMEHTOB MOTrYT HAaX0AWUTbLCS B Npegenax
HOPMbI, 4TO HE NO3BONSET Ha OCHOBaHMM aHanM3a aMMUHO-
KUCNOT NOATBEPANUTDL MM UCKNOUYUTL 3abonieBaHue. Y MHO-
rMX NauuMeHTOB C METUIMaNOHOBOM auuaypuen B KPOBMU
M MOYe MOXKET HabngaTbCa NOBbIWEHWE YPOBHS MULIMHA,
4TO He ABAsSeTCH cneunduryHbIM U MOXKET HabnoaaTbCs Npu
APYrUX HacnegCTBEHHbIX HapyLWeHUsAX 06MeHa BeLLEeCTB.

MeTtogom rasoBoi xpomartorpaduun/macc-cnekrpome-
TPUKU B MOYE NALMEHTOB BbISBASIOT MOBbIWEHWE KOHLUEHTPa-
LMW METUIMANOHOBOM KUCNOTLI, @ TaKXKe psga ee Npou3Bo-
[HbIX; 4acTO MX BbICOKME KOHLIEHTPaLMK BCTpeYatoTea npwm
MEeTUIManoHOBOW aunaypun, 0OYCOBNEHHON MyTaLMAMM
B reHax MUT n MMAB (ta6n. 3).

B pa3HoM cTeneHn MOryT noBbllaThCa U Apyrue opra-
HUYECKME KMUCNOTbl U UX NPOM3BOAHbIE — 2-METUArnyTa-
KoHOBas, 3-KeTo-2-MeTunmacnsHas, MeTUAIMMOHHas,
3-rmapokcubyTupart, nakrar, nupysaT. Ha ocHOBaHUKW aHa-
NM3a OpraHUYeCKMX KMUCIOT MOYM BO3MOXKHO NpoBefeHue
anddepeHumanbHOM AWMArHOCTUKKM € ApyruMu dopmMamMu
OopraHMyecKux aunaypum.

Haunbonee 6/1M3KOM MO KIMHUYECKUM NPOSABIEHUAM U MO
M3MEHEHMAM CNeKTpa auUIKapHUTUHOB ABASETCH MPOMnuo-
HOBas auMAaypwms, NPU KOTOPOW He HabnlogaeTcs NOBbILEHMS
KOHUEHTPaLMM METUAMANOHOBOW KUCNOTbI B MOYE, @ NPUCYT-
CTBYIOT TO/IbKO META60/IMTbI MPONMOHOBOW KUCNOTbI.

[ns anarHoCTMKK Hanbonee MHPOPMaTUBHbLIMU ABASAIOT-
csl AaHHble Npoduna aunnKapHUTMHOB KPOBM (TaHAEMHas
Macc-CNeKTPOMETPHSA) U TECTbI HA MPUCYTCTBUE METUIMANO-
HOBOW KMCNOTbI B MOYeE.

e [na nNOATBEPXAEHWS AMarHo3a M MeAUKO-reHeTuye-
CKOr0 KOHCYNbTMPOBAHWS PEKOMEHAYEeTCH MPOBOAWUTb
MOJIEKYNSPHO-TEHETUYECKOE WCCNefoBaHMe C Lenblo
BbIIB/IeHWA MyTaumi B reHax MUT, MMAA, MMAB, MCEE
[3, 9, 10] (cuna peKomeHgaumii A; JOCTOBEPHOCTb
AokasarenbcTtB ).

KommeHTapumn. Ha KynbType KOXHbIX ¢pubpobnactoB
BO3MO}HO OCYLLECTBNEHNE HArpy304HbIX TECTOB, KOTOpble
no3BOoNSIOT 60/1ee TOYHO YCTaHOBUTb GOPMY METUMANOHO-
BOW auunaypun. NMOCKONbKY 3TU UCCNEef0BaHUS COMPSXKeEHbI

C NPUMEHEHNEM UHBA3UBHOMN TEXHONOMMU (B3ATUE KYNbTYPbI

dnbpobnacToB), CBA3AHbI C TEXHUYECKUMMU TPYAHOCTAMM

(MccnepgoBaHMa NPOBOAATCS NUWb B €4MHUYHbIX Nabopato-

pusix mupa) M paboTo C MEYEHbIMU M30TOMNaMK, C Lenbio

ycTaHoBneHna GopMbl 3ab6oneBaHUs NPeLnoYTUTENbHbIMU

SABNAIOTCS MONEKYNAPHO-TEHETUYECKNE UCCNEef0BaHMS.

° PeKoMeHAOBaHO NPOBECTU OLLEHKY ypoBHEN pH KpoBw,
CcB0O60OHOr0 KapHUTUHA, MPONUOHUIKAPHUTMHA B KPOBM,
IKCKpeLnn 3-METUAIMMOHHOM KWUCNOTbl U KETOHOBbIX
Ten Npy NOAO3PEHUN Ha pa3BUTUE KETOALMTOTMHECKOro
Kpu3a (cuna peKomeHaaumi B; Jo0cTOBEpPHOCTb JOKa-
3arenbcTsB ).

KommeHTapuu. JlabopaTtopHbiMK MpeaBeCTHUKamMu
pa3BUTUS KeTOaLMAOTMHECKOrO KpU3a chnyXKaT TeHAeHLMs
K CHWXeHuto pH KpoBM, aedUUMUTY OCHOBaAHUW, a TaKKe
YMeHbLUEHNE cofepKaHnsa cBOGOAHOIro KapHUTUHa, Hapac-
TaHWe YpPOBHSA MPOMUOHWUIKAPHUTUHA B KPOBM, MOYEYHOM
3KCKpPELMM METUIMAIOHOBOMN KUCNOTbl U KETOHOBbIX TEN.

UHcTpyMeHTanbHaa AMarHocTuka

° PeKOMeHAOBaHO NpoBeAeHME KOMMbIOTEPHOW U MarHuT-
HO-pe30HaHCHOM TOMOorpadum 4ns BbIIBNEHUS KOPTUKab-
HOW aTpoduu, paclUMPEHNS KeNYLOYKOB MO3ra, 3ajepK-
KW MMENNHMU3aLIMK, NOBbIWEHUS MHTEHCUBHOCTH CUrHana
B 061acTi 6a3abHbIX raHrMeB B T2-B3BELWEHHOM M30-
GparkeHuu [3, 8] (cuna pekomeHgaymmn B; ypoBeHb y6e-
AnTENIbHOCTHU fOoKa3aTtenbeTB ).

* [lo NOKa3aHMAM naumMeHTam MoryT 6biTb PEKOMEH0BA-
Hbl peHTreHorpadus opraHoB rpyaHOMN KETKK, 3NEKTPO-
Kapaunorpadus, axokapauorpadua (3xoKr), ynbTpassy-
KoBoe nccnegoanue (Y3W) opraHoB 6pIOLLIHOM MONOCTH
M noyekK, obTanbMOCKONUSA M UHble uccneaoBanus [3, 8]
(cnna pekomengaumn C; ypoBeHb y6eANTEIbHOCTH
AoKasarenbcTtB ).

WUHaa guarHocTuka
e KoHcynbTaTMBHas NMOMOLLb CMeLManucToB MNalneHTam

C NOAO3PEHNEM HA METUIMANIOHOBYIO aLMayputo — no

noKasaHusM.

°* PeKomeHaoBaHa KOHCy/NbTaLMUs NcuxoHeBponora [3, 5,
8, 10] (cuna peKkomeHgauui C; JOCTOBEPHOCTb JOKa-
3arenbcTB ).

KommeHTapuun. Heobxoanma Bcem getam ¢ MMA ans
YTOYHEHUS TAXKECTU MNOPAXKEHUSA LEHTPaibHOW HepBHOWM
CUCTEMbI U onpeaeneHns TaKTUKKM nevyebHo-peabunutaum-
OHHbIX MEPOMNPUATHI.

* PeKomeHaoBaHa KoHcynbTauusa auetonora [3, 5, 8, 10]
(cnna peKomeHpauui B; JOCTOBEpPHOCTb A[OKa3a-
TenbcTB ).

KommeHTapuun. Heobxoanma Bcem getam ¢ MMA ans
Ha3Ha4YyeHMsa NaToreHeTUYeCcKon aneToTepanuu.
°* PeKomeHaoBaHa KoHcynbTauus optoneda [3, 5, 8, 10]

(cuna pexkomeHgaumi C; [OCTOBEpPHOCTb [OKa3a-

TenbcTB ).

Ta6auuya 3. KoHueHTpauma metabonnToB B MOYe NpU METUAMANIOHOBOW aungypuu
Table 3. The concentration of metabolites in urine in methylmalonic aciduria

KoHueHTpauua B Mo4ye, MMOJIb/MOJIb KpeaTUHUHA

MeTta6onuTbl
MeTunmanoHoBas auuaypusa PedepeHcHble 3HaYeHus
MeTunmanoHoBas KucsoTta 150-15 500 0-2
3-MMapoKcunponMoHoBas Kucnota 20-2000 3-10
3-MMapoKcuBaneprMaHoBas Kucnorta 0-2 0-1200
MponMOHUATANLMH 0-450 0-2




KommeHTapuu. [lokazaHa Npu N0A03PEHNN Ha HaIn4me
y pebeHKa CKeneTHOn NaTonormu.

* PeKomeHpoBaHa KOHCyNbTaLus Bpada-reHetvka [3, 5, 8,
10] (cnna pekomeHgauymi C; JOCTOBEPHOCTb JOKa3a-
TenbcTB ).

KommeHTapuu. loKasaHa ceMbsM, MMEWUM poa-
CTBEHHMKOB ¢ MMA.

* PeKomeHpoBaHa KoHcynbTauusa odTtanbmonora [3, 5, 8,
10] (cnna pekomeHgauymi C; JOCTOBEPHOCTb JOKa3a-
TenbcTB ).

KommeHTapuu. lNokasaHa npu nogo3peHun y pebeHka
naTonornuun opraHa 3peHus.

e PeKkomeHgoBaHa KoHcynbTauua Kapguonora [3, 5, 8,
10] (cnna pekomeHgaymi C; JOCTOBEPHOCTb JOKa3a-
TenbcTB ).

KommeHTapuu. lNokasaHa npu nogo3peHun y pebeHka
naTonorMn cepe4yHo-coCyanucTon CUCTEMbI.

e PekomeHaoBaHa KoHcynbTauus rematonora [3, 5, 8,
10] (cnna pekomeHgauymi C; JOCTOBEpPHOCTb JOKa3a-
TenbcTB ).

KommeHTapuu. [lokazaHa npu n3MeHeHun Gopmynbl
KPOBMW.

e PeKomeHpgoBaHa KOHCynbTauus annepronora [3, 5, 8,
10] (cnna pekomeHgaymi C; JOCTOBEPHOCTb JOKa3a-
TenbcTB ).

KommeHTapuu. [NNokasaHa npu Hanuymm y pebeHKa Knu-
HUYECKUX NPU3HAKOB anieprmyeckmnx 3aboneBaHum.

e PeKOMeHAOBaHbl KOHCynbTalMKM MCUXonora M norone-
na-pedektonora [3, 5, 8, 10] (cuna pekomeHgauymi C;
AOCTOBEPHOCTb JOKa3arenbcTB ).

KommeHTapuu. [MoKasaHbl C LENb MJaHMpOBaHMSA
WHAMBUAYaANbHOW peabuauTauMOHHOW NporpamMmbl MCUXO-
NI0ro-nearormyeckon NOAAEPHKKM GONbHbIM AETAM M UX
CEMbSIM.

OuddepeHynanbHaa gUarHocTuKa

OnddepeHunanbHas gMarHOCTMKa MNPOBOAWUTCH C TU-
NMOKCUYECKUMM MOPaKEHUIMU HEPBHOW CUCTEMbI, BHY-
TPUYTPOOHbIMKU UHOEKUMSAMM, caxapHbiM AnabeTom (npwu
BbISIBIEHUM TUNEPTIIMKEMMUM), HACNEACTBEHHbIMU Hapylle-
HUAMM 06MEHa BeLEeCTB, B YaCTHOCTHU C ApyrMmu dopmamu
OpraHMYecKuXx aumaypum m ¢ gedektamu UMKNa cUHTE3a
MOYEBUHbI.

JIEYMEHME

CTpaterusi ne4yeHunst 60/bHbIX 3aKI0HAETCS B CHUXEHUN
06pa30BaHNs MPOMMOHATOB, MPeAyNnpPeXAeHUn pPasBUTUS
KeToaungosa, rmnepaMMOHUEMIUM, TOKCMHECKOTO Mopake-
HWS TKAHEeN rosIOBHOro MO3ra U BHYTPEHHUX OpPraHoB C 06e-
creyeHrveM npoleccoB aHabonnM3ma, HOpMasabHOro pocTa
W HYTPUTUBHOIO cTaTyca AeTen.

OCHOBHbIMW KOMMOHEHTAMMW KOMMJIEKCHOTO JleYeHUs
60NbHbIX cayxaT Manob6enkoBas AgneTa, npenapaTtbl IeBO-
KapHWTMHa 1 BUTaMUH By, (unaHokoGanamuu; kog ATX:
BO3BA) npu Byy-3aBnucumon ¢opme. Tepanuio 4OMONHAOT
Ha3Ha4YeHMeM rnumnHa, aHTM6aKTepMualbHbIX NpenapaTos,
APYrux BUTAaMWUHOB rpynnbl B: Tmamuu™ (kog ATX: A11DA),
nupuaoKkeuH™ (kog ATX: A11HA) ans BHYTPUMbIWEYHOTO
BBeAeHus. [0 noKasaHWsaM Ha3Ha4vyalT aHTUKOHBY/bCAH-
Tbl, CUMNTOMaTUYECKME CpeacTBa.

H JleKapCTBEHHbIV NpenapaT, Bxoaalwmn B lepeyeHb XKU3HEHHO
HEOGXOAMMbBIX U BaXHEMWWX NEKapCTBEHHbIX NpenapaToB Ans
MeAULMHCKOro npumeHeHua Ha 2017 r. (PacnopsixeHue
MpaBuTensctBa PO o1 28 aekabps 2016 r. N°2885-p)

KoHcepBaTuBHOE ne4yeHue

Aunetotepanus
* PeKoMeHAOBaHO AMETUYECKOoe Nie4yeHre, KOTopoe Hayu-

HaloT NpPW NOLO3PEHMUM Ha HACNEACTBEHHOE HapylleHWe

aMWHOKMUC/IOTHOTO 06MeHa cpa3y nocfie B39TUS aHa-

NIM30B, He AoXunaascb ux peadynotatos [3, 4, 7, 8] (cuna

peKomeHaauum A; ypoBeHb y6eanTesIbHOCTHU JOKa3a-

TenbCcTB I).

* PeKOMEHAOBaHO OrpaHWYUTb MOCTynneHne 6enKka (Ao
noslydyeHns pesynbTaToB, NOATBEPHKAAOLWMX MeTabonu-
yeckoe 3aboneBaHue): AN AeTen nepBoro nonyrogus
HWU3HW — rpyAHOE BCKapM/MBaHWe UM BCKapMaMBaHue
JIETCKUMWU MOJIOYHBIMM CMECSIMU C HU3KWM COfepra-
HMem 6enka (1,2-1,3 r / 100 mn BOCCTAaHOB/IEHHOIO
npoAayKTa). Ansa neten ctapwe 6 Mec — UCKIIOYEHUE 13
paLnoHa BbICOKOOGENKOBbLIX MPOAYKTOB (MSCO, TBOPOT,
pbi6a) [3, 7, 8] (cuna peKomeHgauum A; ypoBeHb yoe-
ANUTEJIbHOCTH JOKa3aTenbCTB ).

KommeHTapuu. locne noaTBepKAeHUa AnarHosa Tak-
TMKa NeYyeHnss OCHOBaHa Ha cneaywmx npuHLumnax:

— OrpaHuWyeHue MNOoCTyn/ieHUs M30JMiellnHa, BajuHa,
TPEOHMHA U METMOHWHA C MULLEN 40 MUHUMAsbHOWM
noTpebHoOCTH;

— obecnevyeHune GU3noaorn4eckon noTpebHoOCTH B Apy-
rMX aMUHOKMCIOTax U HEOBXOANMbIX HYyTPUEHTaxX ANs
npeaynpexaeHns Mx HeoCTaTOYHOCTHU M NoaaepKa-
HMUSA aHaboNn3Mma;

— orpaHuyeHue nNoTpebneHns KUPHbIX KUCNOT C HeYeT-
HbIM YMC/IOM aTOMOB yrfiepoja 1 XONecTepuHa;

— Ha3HayeHWe NIEBOKAPHUTMHA U TUUMHA ANS ycune-
HUS CBA3bIBAHWUA TOKCUYHOIO MPONMOHUNPpaanKana;

— KOppEeKUMa BTOPUYHOM KapHUTMHOBOM HeaocTaTou-
HOCTH;

— KodaKTopHag Tepanus BUTaMUHOM B1o;

— UCKJ/IlOYEHME ToN04aHusl, NpeaynpexaeHme akTmBa-
LIMK NpoLEeccoB KaTabonnama;

— KOHTPO/IMPOBAHWE KWUCIOTHO-OCHOBHOIO COCTOSIHMSA
KPOBM, NpejoTBpalleHne pasBUTUS auuao3a, noj-
[epxKaHne BoAHOro 6anaHca;

— ycwulieHWe Tepanuu B nepuog MeTaboanMyeckoro
Kpu3a.

* PeKoOMeHA0BaHO CTpOroe orpaHuyeHune 6enka HaTypasb-
HbIX MMLEBbLIX MPOAYKTOB C LIE/Ibl0 CBEAEHUS K HEO6XO-
AMMOMY MUHMMasIbHOMY MOCTYMN/IEHWUIO B OPraHU3M aMu-
HOKMCNOT METMOHMHA, TPEOHWHA, BasMHa, n3onenumHa
(cuna peKkomeHgauum C; ypoBeHb y6eaNTE/IbHOCTHU
AoKa3sarenbcTB ).

KommeHTapuu. [Ina geten nepBoro nonyroanst Xu3Hu
orpaHu4yeHune pacnpocTpaHAeTcs Ha MaTePUHCKOE MOJIOKO /
JIETCKME MOJIOYHbIE MW COEBble CMECH; ANS IeTel BTOPOro
NoNyroanst *M3HW — 3anpeT Ha BBeAEHME B Ka4yecTBe Npw-
KOpMa BbICOKOGENKOBbIX MPOAYKTOB (MSACO, pbib6a, TBOPOT,
AanLa, MONoYHbIEe MPOAYKTbI, 6060BbIE U T.A4.); AN NALUEHTOB
ctapwe 1 roga — CTporve orpaHnyeHus B UCMNoJSib30BaHMMU
BbICOKOOGENKOBbIX MPOAYKTOB [3, 7, 8].

* PeKomeHOoBaHa ob6f3aTeNbHas KomMeHcauua aedu-
unTa 6enKa 3a CYeT cneuunanm3mpoBaHHbIX CMECEN Ha
OCHOBE aMMWHOKWCIIOT, COOTBETCTBYIOLMX BO3PACTHLIM
notpebHocTAM pebeHKa B OCHOBHbIX MULIEBbLIX BeLle-
CTBax W 9HEPruu, Ho He coaeprKallux MEeTUOHWUH, TPeo-
HWH, BaJlMH U U30NENLUNH. B Havyane neyeHns u B nepwm-
01 MeTabo/IM4YECKMX KPMU30OB B TeyeHue 24-72 4 (He
6onee!) ncnonb3oBaTb TOMbKO CrhELUaIN3UPOBAHHYIO
CcMecb aMUHOKKCNOT [3, 7, 8] (cnna peKomeHgauuu C;
ypoBeHb y6eanTeIbHOCTH JoKa3aTenbcTs ).

e C uenblo nogaepxaHus npoLeccoB aHabonuama 1 npe-
JI0TBpALLEeHNs pa3BUTMA NPOLECCOB KaTabonM3ama peKo-
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MeHAoBaHO o6ecneyeHne JOCTaTOYHOM IHEPTreTUYECKON
LEeHHOCTM paLMoHa B OCHOBHOM 3a CYeT yrnesogos [3,
7, 11] (cuna pekomeHgayumm A; ypoBeHb y6eauTe b
HocTH fOKa3aTtenbcTB ).

°* PeKOMEeHAOBaHO OrpaHuYyeHne KBOTbl WUPOB [0
50-60% oT BO3pacTHbIX CyTOYHbIX MOTPEBGHOCTEN BO
n3bexaHne HaKonneHns NPONMOHOBOM KUCNOTbl — MPO-
LYKTa [3-OKMCNEHNS KMPHbBIX KMCAOT C HEYETHON ANTMHON
uenu. B KayecTBe MCTOYHMKA KUpa MpeanoyvTUTENb-
Hee MCMoNb30BaTb pacTUTENbHblE Macna, coaepKalme
NONMHEHACHILWEHHbIE XWPHble KKUCNOTbl (pPancoBoe,
NIbHAAHOE, ONIMBKOBOE, MoAcosHe4yHoe u ap.) [3, 7, 8]
(cnna pekomeHgaumn C; ypoBeHb y6eANTENIbHOCTH
AokasarenbcTtB ).

* PeKkomeHAoBaHO obecnevyeHne nauneHTa 4OCTaTO4HbIM
KonnMyecTBOM ¥uakoctu [3, 7, 8] (cuna peKomeHja-
umum C; ypoBeHb yoeanTe/IbHOCTH foKa3aTenbeTs ).

* PeKomeHaoBaHO obecneyntb Apo6HbIE KOPMJIEHNUS 6e3
LNUTENbHbIX HOYHbIX MEPEPbIBOB BO M36eXaHue rono-
[aHuns, 0COBEHHO y AeTen rPyAHOro U paHHero Bo3pacta
[3, 7, 8] (cuna pekomeHgauumn C; ypoBeHb yoeaUTeNb-
HocTH goKa3aTtenbcTB Il).

° B MEeXnpuCTynHbIA NepUoa AMeToTepanuio peKoOMeHA0-
BaHO OCYyLWeCTBAATb B COOTBETCTBMM C BblEONUCaH-
HbIMK NpUHUMNamu [3, 7, 11] (cuna pekomeHzaymmn C;
ypoBeHb y6eaUTe/IbHOCTH JOKa3aTenbeTB Il).
KommeHTapuu. O6wui 6enoK ne4ebHoro pauunoHa pac-

CYMTbIBAETCSA MCXOAS M3 BO3PACTHbIX NOTPebHOCTEN pebeH-

Ka [11] (tTabn. 4, 5), a TaKkXKe C y4eTOM TOJIEPaHTHOCTH

nauueHTa K 6enKy B 3aBUCMMOCTH OT popmbl 3ab6oeBaHums

N TSXKECTU ero TeyeHus. KBoTa 6enka HaTypanbHbIX Npo-

[LYKTOB Ha3Ha4yaeTcs C y4eTOM MUHUManbHOM NOTPEBGHOCTH

B NaTOreHeTM4eCKM 3Ha4YMMbIX aMUHOKMCNOTax — METUOHM-

He, TPeOHWHe, BanuHe, nlonenumHe (tabn. 6-8).

° PeKOMeHAOBaHO Mofib30BaTbCs OAHWMM CNPaBOYHbIMU
mMaTepuanamu no XMMm4eCcKomy coctaBy NPOAYKTOB, TaK
KaK B pas3HbIX CNPaBOYHUKAX AaHHbIE MOTYT OTAMYaTbCA
(cmna pekomengaumn C; ypoBeHb y6eANTEIbHOCTH
AokasarenbcTtB ).

MeauKamMeHTO3HOe NieyeHue
e T[lpu ycTaHOBNEHWM [MarHola METUIMASOHOBOW auu-

LypUW pPEeKOMEeHAO0BaHO MPOBECTU NPOOHOEe neyeHue

BUTamuHom By, ANna onpeneneHns ¢GopmMbl 3abonesa-

HWUA — B4o-pesncTeHTHasn unu Byy-3aBucumasn [7, 9, 10]

(cnna pekomengaumn C; ypoBeHb y6eANTE/IbHOCTH

AoKasarenbcTtB ).

KommeHTapuu. C 3TON LENbi0 Ha3HavyaloT KOPOTKWUM
Kypc (8-10 fiHeNn) BuTaMnHa By» B A03€ 1 Mr/CyT Noj KOH-
TPONEM YPOBHS NPONMUOHUIKAPHUTUHA B KPOBM U AKCKPELUH
METUIMaNoOHOBOM KUCNOTbl: CHUXKEHME 3TUX MOKal3aTtenen
Ha 50% n 6onee OT UCXOAHbIX YPOBHEN CBUAETENbCTBYET
0 Bqs-3aBucumon popme 6one3Hn. [JeTdM € yCcTaHOBMEH-
Hon B4>-3aBMCMMON HOPMOK METUIMANOHOBOW auniemun
Ha3HavaloT AJIMTeNbHOE flevyeHne BuTaMmMHoM By, B cpej-
Hen fo3e 1-5 Mr/cyT (B OTAENbHbIX ciyyYasx go 15 mr/cyr).
bonee apdEKTUBHO NPUMEHEHME AKTUBHbIX POPM BUTaAMU-
Ha — rUMAPOKCHKOGanamuHa, meTunkobanamuvHa, ageHo-

Ta6auua 4. CpegHecyTo4Hble HOPMbl MOTPEBHOCTEN B OCHOBHbIX MULLEBbLIX BELLECTBAX U IHEPTUM ANS AeTel NepBOoro roga uaHu*
Table 4. Average daily requirements for essential nutrients and energy for infants*

Bo3spacTt, mec OHeprua, KKan/Kr Benok, r/Kr Xupbl, r/Kr YrneBogbl, I/Kr
0-3 115 2,2 6,5 13
4-6 115 2,6 6,0 13
7-12 110 2,9 55 13

lMpumeyarne. ¥ — MP 2.3.1.2432-08 «<Hopmbl $U3N0I0rMHECKMUX NOTPEOGHOCTEN B IHEPTUN M MULLEBBIX BELECTBAX A5 Pa3/IMyHbIX Tpynn
HaceneHusa Poccuitckoin deaepalmm».

Note. * — MR 2.3.1.2432-08 Norms of Physiological Needs for Energy and Food Substances for Various Groups of the Population of the
Russian Federation.

Ta6nuuya 5. Hopmbl GU3NoNOrM4eckom NOTPe6GHOCTU B OCHOBHbIX NMULLEBLIX BELLECTBAX U 3HEPTUN ANS 340POBbLIX AeTen cTapwe 1 roga*
Table 5. Norms of physiological needs for basic food substances and energy for healthy children over 1 year*

Bo3spact AHeprus, KKkan Benok, r/cyt Hupsl, r/cyT YrneBopabl, r/cyt
Ot 1roaa fjo 2 net 1200 36 40 174
Ot 2 po 3 net 1400 42 47 203
OT3p07 net 1800 54 60 261
OT7 po 11 net 2100 63 70 305
07111 o 14 net Manbynku 2500 75 83 363
0111 o 14 net 1eBOYKM 2300 69 77 334
OT1 14 no 18 net toHoLWK 2900 87 97 421
Ot 14 po 18 neT aeByLWKH 2500 76 83 363

lpumeyaHune. * — MP 2.3.1.2432-08 «<HopMbl $U3N0NOrnYeCcKmUx NOTPEeGHOCTEN B SHEPTUM U NMULLEBDLIX BELLECTBAX AN Pa3UYHbIX Fpynn
HaceneHus Poccuinckon ®eaepaummn». lng geten ¢ MeTMAManoHoBOW aunaemuen ctapwe 1 roga notpebneHve 6enKka yMeHbluaeTcs no
CPpaBHEHMIO C yKa3aHHbIMK B Tabnuue Ha 10-25% B 3aBUCUMOCTU OT GOPMbl 3a601E€BAHUA, TAKECTU COCTOAHUSA U HYTPUTUBHOIO cTatyca
pebeHKa.

Note. * — MR 2.3.1.2432-08 Norms of Physiological Needs for Energy and Food Substances for Various Groups of the Population of the
Russian Federation. For children with methylmalonic acidemia over 1 year, protein intake decreases compared to those indicated in the
table by 10-25%, depending on the disease form, the condition severity and the nutritional status of the child.



Ta6nuua 6. OpneHTUPOBOYHasA NOTPEBHOCTb B METUOHUHE, TDEOHMHE, BaNnHe, U30NeNLMnHe Y 60NbHbIX METUIMaNOHOBOW auuaeMuen B
3aBMCMMOCTHM OT Bo3pacTa

Table 6. The approximate need for methionine, threonine, valine, isoleucine in patients with methylmalonic acidemia, depending

on the age

CyTou4Has NnoTpeGHOCTb B aMUHOKMUCI0TaX
Bospact
UsonenumH MeTUOHUH TpeoHuH BanuH
TpyaHou MI/KI Macchbl Tena
0-3 mec 75-120 30-50 75-135 75-105
3-6 mec 65-100 20-45 60-100 65-90
6-9 mec 50-90 10-40 40-75 35-75
9-12 mec 40-80 10-30 20-40 30-60
Crapwe 1 roga Mr/AeHb
1-4ropa 485-735 180-390 415-600 550-830
4-T7 net 630-960 255-510 540-780 720-1080
7-11 net 715-1090 290-580 610-885 815-1225
Ta6nuua 7. CneLnannanmpoBaHHblie NPOLYKTbl HAa OCHOBE aMUHOKMUCIIOT 6€3 METUOHWHA, TPEOHUHa, BannHa, n3onenumHa*
Table 7. Special products based on amino acids without methionine, threonine, valine, isoleucine*
HaMMeHoBaHHe NpoayKTa Benok HKup, YrneBogbil, AHepreTuyecKan LEHHOCTb, Bo3pact
(3KB.), r r r KKan npPUMMeHeHusa
MTVI Anamix infant 13,1 23 49,8 469 OT0pfo1roaa
MTVI Maxamaid 25 < 51 309 Crapwe 1 roaa
MTVI Maxamum 39 < 34 297 Crapwe 1 roaa
HyTtpuren 14 -tre, -met, -val, -ile* 14 23 50,5 471 OT0 pno1ropa
HyTtpuren 20 -tre, -met, -val, -ile* 20 18 50,4 444 Crapwe 1 roaa
HyTtpuret 40 -tre, -met, -val, -ile* 40 13 31,6 403 Crapwe 1 roga
HyTtpuren 70 -tre, -met, -val,-ile* 70 0 4.5 298 Crapwe 1 roga

lMpumeyaHme. * — NPOAYKTbl 3apPErMcCTPUPOBaHbl Ha TEPPUTOPUM FOCYAaPCTB TaMOXKEHHOr0 co3a.
Note. * — products are registered in the territory of the Customs Union.

Ta6nuua 8. NMp1UMEPHbIN CYTOYHbIA HABOP HaTypasibHbIX NMPOAYKTOB NUTaHWUA 419 AeTei A0LWKONbHOIro Bo3pacTa ¢ MeTUIManoHOBOM

auunaemuen
Table 8. An approximate daily set of natural foods for preschool children with methylmalonic acidemia
e Konuuectso, Xumn4eckuil cocras, r JHepreTUyecKas LLEHHOCTb,
ma/r benku Hupbl Yrnesopbl RKad

Xne6 HU3KOB6ENKOBbIN 140 1,06 3,5 84,2 378
Xne6o6ynoyHble n3genus 30 0,23 2,7 19,4 105
Cyxast cMecb HU3Kob6enKkoaas 54 0,87 1,8 50 79,3
Bepmuwenb HU3Ko6eNKoBas 13,7 0,12 0,08 11,2 479
Kpyna HM3Ko6enkoBas 25 1,7 - - -
Cyxov 6e36€e1KOBbIN HaNMUTOK 24 5,0 17,2 114
Macno cnmBo4Hoe 20 0,1 16,5 0,16 149
Macno TonnexHoe 10 0,03 9,8 0,06 88,7
Macno pacTutenbHoe 15 - 14,9 - 134,8
Caxap 30 - - 29,9 113,7
BapeHbe 20 - - 14,0 56
Kaptodenb 100/70 1,4 0,28 11,4 56
KanycTa cBexas 55/44 0,79 0,05 2,1 11,9
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Ta6auua 8. MPMMEpHbIN CYTOYHbIN HABOP HaTypaibHbIX MPOAYKTOB NMUTAHWUS AN AeTel AOWKOALHOMO BO3pacTa ¢ METUIMANoHOBOM

aunaemuen (OKkoH4YaHue)

MpoayKTh KonuyecTeo, XumuuecKni coctas, r 3HepreTU4ecKas LLeHHOCTb,
mn/ r benku HKupbi YrneBopabl KT
MopKoBb 95/76 0,98 0,07 4.8 25,8
Csekna 60/48 0,72 0,05 4,32 20,2
Kab6ayku 25/19 0,12 0,06 1,0 4,75
Orypubl 5/4 0,03 - 0,11 0,65
Canart 10/9 0,12 - 0,18 1,4
Momugopsl 15/13 1,3 0,03 0,49 3,0
TomaT-nacTa 8/7 0,35 - 1,33 7
JlyK penyatbiv 5/4 0,05 - 0,32 1,45
Knioksa 10 0,05 - 0,38 2,6
Coku 100 0,5 - 11,7 47
DpyKTbl CBEXKME 200/170 0,9 0,5 16,6 78,17
DpyKTbI cyxme 10 0,3 - 5,05 22,7
3a cyeT HaTypasbHbIX MPOAYKTOB - 9,5 70 258 1700

3unkobanamuHa (ko6amamug). Kak npaBwfio, naumMeHTam

[LONONHUTENbHO Ha3HavalT AMETUYECKOE Nle4yeHue ¢ yme-

PEHHbLIM OrpaHuyeHMeM 6eflka HaTypalibHbIX MPOAYKTOB

(Hanpumep, Ao 1,2 r/Kr macchl). B Tabn. 9 npuseaeH npumep

AVHAMUKM 3KCKPEeL MU METUIMANIOHOBOM KUCOThI Y MaLMeH-

TOB € B,-3aB1cumon 1 ¢ Byo-pesucteHtHon popmon MMA

nocne BHYTPUMbIWEYHOIO BBeAEHMS 1 M LMaHOKo6Ganamum-

Ha B Te4yeHue 8 aHen.

e C uenblo ycuneHus cBA3biBaHnsa NPOMNMOHOBOro paau-
Kana W ycTpaHeHWUs KapHUTUMHOBOW HEeAOCTaTOYHO-
CTM 60/ibHbIM Ha3Ha4yalT 60MbliMe [03bl KAPHUTU-
Ha. PekomeHayeTcsi MCNoNb30BaTb TOJNbKO L-popmbl
KapHuUTUHa (neBokapHuTWH) [7, 9, 10] (cmna pekKo-
mMeHpaayuu C; ypoBeHb y6eAUTEe/NIbHOCTU J[OKa3a-
TenbcTB Il).

KommeHTapuu. [letn paHHero Bo3pacTta nojy4vatoT
NIeBOKapHUTKH 13 pacyeTta 80—-100 mr/Kr macchbl Tena B CyT-
Ku B 2—3 npuema; getu ctapuwero Bo3pacta — 50-80 Mr/Kr
B CyTKM. CyTOYHasa fo3a He JoMmKHa npeBblwath 3 I. Tepanus
NPOBOAMTCS HEMPEPbLIBHO.

e C uenblo nogaBneHUS aKTUBHOCTWU KULIEYHON Onopbl
60NbHbIM PEKOMEHYETCS NPOBEAEHNE KYPCOB Tepanuu
aHTMbaKkTepunanbHbiMM npenapatamu [7, 9, 10] (cuaa
peKkomeHgaunu C; ypoBeHb yoeaANTE/IbHOCTHU JOKa3a-
TenbcTB ).

KommeHTapuu. YuntbiBad, 4To oKono 1/4 Konu4yectsa
nNponuMoHaToB 06pa3yeTcsl B KUWEYHUKE MNOA BIUSHWEM
PYHKLMOHUPOBAHUS MeCTHOW 6GaKTepuanbHOW nopel,
[LONONHUTENbHLIM CMOCO60M KOppeKuun obmeHa SBAsET-
ca aHTMbGaKTepuanbHaa Tepanusa. HasHavalT amnuuun-

nuH. BK B BogpacTHoOi [Jo3e B TeyeHue 8-10 aHen uau

meTpoHuaasot: BK g noze 10-15 Mr/Kr B CyTKM B TeUeHue

10-14 gHew; yepeld 3—4 Hel KYypC NOBTOPSIOT.

e [l1ononHWUTENbHO B KOMMJIEKC IE4EHUS AETEN PEKOMEHA0-
BaHO BBOAMUTb MWUMHY, KOTOPbIA, NOAOGHO KapHWUTUHY,
CNoCo6EeH KOHbIOrMPOBaTb NPOU3BOAHbBIE OPraHNYECKUX
kucnot [7, 9, 10] (cmna pekomeHaaymn C; ypoBeHb
yb6eanTenbHocTH oKa3aTenbCTB Il).

KommeHTapuu. CyTtoyHaa [Jo3a B cpefjHeM cocTaB-
naetr 300-600 Mmr/cyT B Te4yeHue ANUTENIbHOrO BPEMEHH
(4—6 mec); TaKXKe Ha3HavalT U30NENLMH U BaUH MPU KX
HU3KMUX KOHLEHTpauusx B KpoB#u (HMxe 100 mKmonb/n). Mo
noKasaHWAM MCMONb3YIOT aHTUKOHBY/IbCaHTbI, BO3PaCTHbIE
[103bl BUT@MWHOB W BUTAMUHHO-MWUHEPAJbHbIX KOMMIEK-
coB. HooTponHble npenapaTtbl Ha3Ha4yalT C OCTOPOKHO-
CTbl0 BO M36exKaHWe NPOBOKALWW IMUAENTUHECKUX MPU-
CTynoB.

JleueHue B nepuop mMeTaGoJIM4eCcKoOro Kpusa

Mpu yrpose unaun B cny4yae pa3BuUTUA MeTabosIMyeCcKoro
Kpu3a nevyeHune [O/MKHO HayuMHaTbCsH He3ameaMUTesbHO.
JleyebHble MeponpuaTUSa HanpaBieHbl Ha MpeKpalweHue
06pa30BaHMa U HAKOMNEHUS TOKCUMYHbIX OPraHUYEeCKMX coe-

BK ' JlekapcTBeHHbIn Npenapart, Bxoaaimii B MepeyeHb neKapcTBeH-
HbIX NpenapaToB AN MEAULIMHCKOro NPUMEHEHUS, B TOM Yucne
NleKapCTBEHHbIX NpenapaTtoB 415 MEAULIUHCKOrO MpUMEHEHMS,
Ha3HavyaeMblIx Mo peLleHnto BpadyebHbIX KOMUCCUIA MEAULIMHCKMUX
opraHusauun (PacnopsxeHue [lpaButensctBa PP o1
26.12.2015 N22724-p)

Ta6nuua 9. [IvtHaMrKa 3KCKpeLn METUIMANOHOBOW KUCOTbI C MOYOWM Y 60/1bHbIX pa3HbiMK dopmamMu 3a6oneBaHuns
Table 9. Dynamics of methylmalonic acid excretion in urine in patients with various forms of the disease

CopaepxaHue MEeTUIMaJIOHOBOW KUCOTbl B MO4Y€, MMOJIb/MOJIb KpeaTUHUHa
®opmMbl 601€3HU Hopma
Ao neyeHus Yepes 8 aoHel npumeHeHus B, ,
B1,-3aBucUMasn 2020 480 <2
B1,-pesuncTeHTHan 3200 3180 <2




OVHEHWN 1 BbIBEAEHWE UX U3 OpraHn3ma. Poantenu JOMKHbI
ObITb 00yYeHbl MpaBuiaM opraHuM3auun Tepanun B Mex-
NPUCTYMNHbLIA Nep1oa U B NepUOA Yrpo3bl MeTabonnyecKkoro
Kpu3a.

TaKTuKa nedvyeHus aeTen B nepuos Kpusa BKIOYaET
KOppeKUMio guetoTepanuu, akTuBaLnio CBA3bIBaHUS HaKa-
NAMBaOWMUXCA OPraHMYeCKUX KUCAOT NyTEM YBENUYEeHUs
[103bl NEBOKAPHUTUHA M MULIMHA, KOPPEKLUMIO MeTabonnye-
CKOro aumgosa, rmnepaMMOHUEMMUN U BOAHO-INEKTPONUT-
HbIX HapyweHWN, LONONHUTENbHOE BBEAEHWE IOKO3bl ANs
3HEPreTM4eCcKon NOALEPKKN U YMEHbLUEHNS UHTEHCUBHOCTHU
npoueccoB Katabonnama.

e PeKomMeHAOBaHa 3KCTPeHHas rocnutannidauusa U Hesa-
MeAnTeNnbHOe NpoBeAeHe UHTEHCUBHOWM Tepanuu npu
yrpo3se unu B ciy4ae pas3BUTUS MeTaboIMYeCcKoro Kpmsa
[7, 9, 10] (cuna pexkomeHgaunmu C; ypoBeHb yb6eau-
Te/IbHOCTH fjoKa3aTenbCTB ).

° PeKkomeHayeTcs o6ecneynTb BbICOKOKaNopuiHoe nuta-
HWE M NOSIHOE UCKIOYEHME NaTOreHETUYECKU 3HAYUMbIX
aMWHOKMUCNOT U3 paumoHa [7] (cuna pekomeHgaymm C;
YPOBEHb yoeaUTE/IbHOCTH fOKa3aTenbeTs ).

e PeKOMEHAOBaHO nepeBecTM pebGeHKa Ha nuTaHue
WCK/IOYUTENIbHO CMECBbID aMUHOKMUCNOT 6€e3 M30nenuu-
Ha, METMOHWHA, TPEOHMHA W BannHa, HO He 6onee Yyem
Ha 24-72 4 [7] (cuna pekomeHgaunu C; ypoBeHb y6e-
ANUTENIbHOCTH fOoKa3aTenbCTB ).

KommeHTapuu. Co6niogaTb peXmnm ApPOOHbIX U YacTbIX
KOPMJIEHUI C NPOMEXKYTKaMMU MEXKAY KOPMAeHnaMn 2—3 v,
BO3MOXHO HeNpepbiBHOE KanenbHOe BCKapM/nBaHue
yepes nHdysomar. MNpu Hanuyum CpbirMBaHMM, PBOTLI, OTKa-
3a OT eflbl — KOPMJ/IEHWE Yepes Ha3oracTpaibHbIi 30HA UK
racTpocTomy.

e PeKOMEeHAOBaHO CHU3WUTb KOIMYECTBO 06Llero notpe-
6ngemMoro nuuieBoro 6esiKka, HO He HWXXe 6e3onacHoro
ypoBH$ (Tabn. 10) [7] (cuna pekomeHzaymmu C; ypoBeHb
y6eanTenbHOCTH JloKa3aTenbCcTB ).

KommeHTapuu. O6ecneyeHue BbICOKOKaNOPUMHO-
ro nuTaHua 3a cyeT ucnonb3oBaHus 5-10% peKkcTpo-
3bI’, T1I0KO30MONMMEPHbIX PACTBOPOB (MasIbTOAEKCTPMH)
B JOMOMIHEHWE K CMECU Ha OCHOBE aMMHOKMUCAOT; pacyeT
NPOM3BOANTCH UCXOASA M3 KanopuinHocTn 1 r yrnesBoaos
(4 kkan) n 1 r MmanbToAEKCTPUHA (NpupaBHUBaeTCAa K 1 1
yrnesoaoB). Bo3M0OXHO napeHTepanbHOe BBEAEHWE yrie-
BofoB (5-10% rnoKo3bl), @ TaKkXe nunuaoB Ao 1 r/Kkr
B CYTKM.

e PekomeHgoBaHO 4epe3 24-72 4 OT Ha4yana nedvyeHus
NnocTeNeHHoO BBOAWTb MPOAYKTbI, CoAepKalime HaTy-
panbHbl 6enok [7] (cuna pekomeHgaunmu C; ypoBeHb
yb6eanTenbHOCTH JloKa3aTenbCTB ).

KommeHTapuu. benkun BeBoasaTcs M3 pacyeta 1/4 Heo6-
XOAMMOro CyTO4HOro o6bema B MepBbl AeHb, 1/2 — BO
2-3-1 oHn, 3/4 — B 3—4- oHK, aanee B NOAHOM oGbeMe.

MCTOYHMKOM HaTypanbHOro 6enka ansa geten nepsbix 6 Mec
KU3HM ABNSAETCS MaTEPUHCKOE MONOKO / AeTcKas MOJoY-
Has cMecCb, ANS AeTen BTOPOro NoNyrogus Xu3Hu — TakKe
HUM3KO6ENKOBbIE NPOAYKTbI MPUKOpMa, AN AeTen cTaplue
1 roga — HW3KOGENKOBbIE HaTypanbHble NPOAYKTbI (Kpynbl,
0BOLWWM, DPYKTbl, pacTUTeNbHble Macna) U cneunanuamnpo-
BaHHble NPOAYKTbl Ha OCHOBE Kpaxmasos.

e C uenblo noaaepraHus COOTBETCTBYIOLWEN IHEPreTH-
YeCKOM LEHHOCTM pauuoHa PEeKOMEeHLOBaHO MNPOAoS-
aTb MCNONb30BaTb ManbTOAEKCTPUH, @ TaKKe HWU3KO-
6enKoBble MPOAYKTbl HA OCHOBe Kpaxmana [7] (cuna
peKkomeHaaynu C; ypoBeHb yoeanTeIbHOCTH JOKa3a-
TenbcTB ).

°* B nepuoj BbiIxoga n3 meTabonMyecKkoro Kpusa nuua
LOMKHA WMMeTb Wagsawyo KyaMHapHyilo 06paboTKy.
Mocnegyloliee yBenmyeHne KBOTbl HaTypanbHOro 6enka
B pauMoHe NpoBoAAT No mepe ctabunusauun metabo-
NIMYECKMX HapyLLEeHUH B COOTBETCTBUMU C HYTPUTUBHBLIM
cTaTycom pebeHKa u ero ABuratesibHoM akTUBHOCTbIO [7]
(cnna pekomeHgaummn C; ypoBeHb y6eANTENIbHOCTH
AoKa3sarenbcTB ).

e PeKOMEHAOBaAHO YBEIMYUTb 03y NIeBOKaApPHWUTUHA [7]
(cuna pekomeHgauun B; ypoBeHb y6eaNUTENIbHOCTH
AoKa3sarenbcTB ).

KommeHTapuu. [ns akTuBauuu CBA3bIBaHWA HaKa-
NAVBAIOLWMXCS OPraHUyYeCKUX KUCNOT U KOPPEKLIMKM OCTPOM
rMmnepamMMOHMEMUN NEBOKAPHUTUH Ha3HayaloT GONOCHO
100 Mr/Kr Maccbl Tefna 1M aanee MnoAAepKMBaIOLWYO J03Y
100 mr/Kr B CyTKW. MNpeanoyTuTenbHO BHYTPUBEHHOE UK
BHYTPMMbILLEYHOE BBeAeHWe npenapaTa. Lenb Tepanun —
noaaep>KaHue ypoBHsS CBOGOLHOrO KapHWUTMHA B KPOBMU
BbllEe HOPMasbHbIX 3HAYEHUN ANS YCUIEHWUS CBA3bIBAHWUSA
HaKanaMBaloLWMXcs NPONUOHMUAPAANKANOB U UX BbiIBEAEHUS
M3 opraHnM3ma B BMAE MPOMUOHUIKAPHUTHHA.
°* PeKOMeHAOBaHO yBeNW4YuTb J03Yy ruumHa o 100-

200 Mr/Kr ana ycuneHuss o6pasoBaHWs MMULMHOBbLIX

KOHbBbIOraToB oOpraHuyeckux kucnot [7, 9, 10] (cuna

peKomeHaaymn C; ypoBeHb y6eANTE/IbHOCTHU [OKa-

3arenbctB ).

KommeHTapuun. [llpn UCNONb30BaAHUU YKa3aHHOWU
403bl YMEPEHHOE MNOBbIWEHWE YPOBHA 3TOW aMUHOKMUC-
NOTbl B KPOBM He SIBNSIETCS OCHOBAHWMEM AN OTMEHbI
npenapata. B cnyyae Ha3HavyeHuns 6osiee BbICOKOW A03bl
BO3MOXEH HebNaronpuAaTHbIn aPPeKT B BUAE NeTaprumn
WM aTakcuu, 06YCNOBJMIEHHbIX YPE3MEPHBIM HaKOMIEHUEM
rMULKUHA.

* KoppeKuunio metabonmyeckoro aunao3a pekoMeHaoBa-
HO OCYWECTBNATb BHYTPMBEHHbLIM BBELEHMEM LLENOY-
HbIX PacTBOPOB rMapokapGoHaTa HaTpus’X, Kanus xno-
puAa + HaTpUs rMapoKkap6oHaT + HaTpus xnopua [7, 9, 10]
(cmna pekomeHgaummn C; ypoBeHb y6eANTENIbHOCTH
AoKa3sarenbcTB ).

Ta6nuua 10. besonacHbli ypoBeHb NoTpebneHus 6enka (B CyT) M NOTPEBGHOCTb B 3HEPTUM Y AeTEN pa3NMYHOro Bo3pacTa

C MEeTUIMaNoHOBOM auuaemMmmen B nepnoa Metabonm4yeckoro Kpmusa*

Table 10. The safe level of protein intake (per day) and the energy needs for children of different ages with methylmalonic acidemia during

the metabolic crisis*

Bospact 0-12 mec 1-3ropga 4-6 net 7-10 net 11-18 net
061t 6enoK, r/Kr 1,8-1,31 1,3-1,2 1,1-1,0 1,01-0,99 1,14-0,99
3Heprus, Kkan/Kr 150-120 110-80 80-70 60-40 60-50
*uarocts (8 14. BoAa, rioko3oconessle, 120 mn/Kr 100 Ma/kr | 1200-1500 mn | 1500-2000 Mn | oT 2000 mn
FMIOKO30MOANMEPHbIE PACTBOPbI)

lMpumeyaHme. * — aganTMpoBaHo uU3 [7].
Note. * — adapted from [7].
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KommenTapuum. Mmapoxkap6oHar Hatpus (NaHCO3) npu-
meHseTcs B Buae 8,4 n 4,2% pactsopa Ans yaobcTBa nepe-
pac4yeTa Ha Mmonb. Ero gfo3npoBKa (MMob) onpeaensieTcs
no ¢opmyrne:

(-BE) x macca tena (kr) x 0,3.

Kpome TOro, 60/ibHbIM pPEKOMeEHAYyeTCs LWeno4yHoe
nUTbe — pacTBOp coAbl M3 pacyeTa 0,5-1 yanHasg NoxKa
Ha 200 mn BOAbl, LWENOYHbIE MUHEPasbHble BOAbl. MOXHO
MCNoNb30BaTb BBEAEHME COAbl B BUAE PEKTASNIbHbIX CBEYEN.
PerynapHo (Kaxkable 6—-12 4 B 3aBUCUMMOCTU OT TSKECTH
COCTOSIHUS!) KOHTPOJIMPYIOT MOKal3aTenn KMCNOTHO-OCHOB-
HOrO COCTOSIHMSI KPOBUW. KOoppeKuuns BOAHO-31EKTPOUTHBIX
HapyLeHWn, rMnepaMmMOHUEMUN U IHEPTETUHECKOW Hepao-
CTATO4YHOCTH.

e [lna ycTpaHeHua runorvapatauMn pPeKoMeHA0BaHO
BHYTPMBEHHOE BBeAEHWEe (PU3MONONMYECKOro pPacTBoO-
pa ¢ y4eTom Macchl Tena pebeHka: 100 mMa/Kr B CyTKU
(macca <10 Kr); 1000 mn + 50 ma/Kr Ha nocnegyowmnn
Kunorpamm nocne 10 Kr (macca 10-20 Kr); 1500 mn +
20 mn/Kr Ha nocnegywoolwmi Kunorpamm nocne 20 Kr
(macca >20 kr) [7, 9, 10] (cuna pekomeHgauum C; ypo-
BeHb yoeanTeIbHOCTH fJloKa3aTenbCeTB ).

° B cnyyae TAXeNow MHTOKCUMKaUMK ANs Nyylwen 3nnumu-
HaLMKW HaKanIMBaloLWLMXCS NPONMOHATOB U METUIMaNo-
HOBOW KMCNOTbl PEKOMEH0BAHO MCMOMb30BaTb METO[
dopcrpoBaHHOro auvypesa C AOMNONHUTENbHbLIM BBeEfe-
HWEeM XWIOKOCTU M Ha3HadeHueMm cdypocemuga™ B nose
1-3 wmr/kr 1-2 pasa/cyT (C MHTEpBaIOM He MeHee
6-84)[7,9, 10] (chna pekomeHzaymmn C; ypoBeHb y6e-
ANTENIbHOCTH foKa3arenbcTB Il).

e C uenblo ycTpaHeHUs aHepreTu4ecKoro geduumTa u CHU-
KEHUS1 YPOBHS aMMMaKa B KPOBU PEKOMEHAOBAHO BHY-
TpuBeHHoe BBegeHne 10-20% pacTtBopa M1IOKO3bl M3
pacueTa 20 MJI/Kr ¢ MHcynnHom™: BK(1 En / 8 1 rnioKo3bl)
[7, 9, 10] (cuna pekomeHpgaunu C; ypoBeHb yo6eaM-
TeJ/IbHOCTH foKa3aTtenbcTB Il).

KommeHTapuu. T[locne [Byx4acoBOro BBeAeHUS
PEKOMEHAYETCA KOHTPOJIb COAEPKAHUS NaKTaTa M [IOKO-
3bl B KPOBMW; [JOMYCTUMO MOAAEPKMBATb YPOBEHb [JHOKO-
3bl BbllWe 3,3 MMONb/N Y HOBOPOXAEHHbIX 1 5,5 MMONb/n
y CTapwux geTen.

e [lpn ypoBHe amMunaKa B KpoBM Bbilwe 200 MKMONb/N
[OMONHUTENBHO AN CTUMYASUMM CUHTE3A MOYEBMHDI
pPEKOMEH0BaHO BBeAeHNe aprMHmnHa (250—-300 Mmr/Kr)
nnu uuTpynnunHa (350 mr/kr) [7, 9, 10] (cuna peKomeHza-

Ta6auuya 11. Kputepun KayecTBa OLLEHKM MEAULIMHCKON MOMOLLM
Table 11. Criteria for assessing the quality of medical care

ymu C; ypoBeHb yoeanTesIbHOCTHU JoKa3aTenbcTs ).

* PeKoMeHAOBaHO HasHayeHue GonmneBor Kucnotblt: BK
0,1 MI/Kr B CyTKW, NnupuaokcuHa™ BK'5 mr/cyT [7, 9, 10]
(cuna pekomeHgaunm C; ypoBeHb y6eanTE/IbHOCTHU
AokasarenbcTB ).

e PekomeHgoBaH 00683aTelbHbIM  KOHTPO/b YPOBHEWN
HaTpua 1 Kanua B KpoBu [7, 9, 10] (cuna pekomeHga-
ymu C; ypoBeHb yoeanTe/IbHOCTHU JoKa3aTenbcTs ).

e [lna 6onee 6bICTPOro BbiIBEAEHUS TOKCUYHbIX MeTabo-
JINTOB, CHW)EHUS YPOBHA MOHOB aMMOHWS B KPOBMU
nauueHTam, HaxoAaWMMCs B COCTOSIHUM OCTPOro MeTa-
60/IMYECKOTO KpW3a, PEKOMEHAOBAHO MNpoOBeaeHWe
NepuTOHeanbHOro Ananusa unu remogmanusa [7, 9, 10]
(cuna pekomeHgaunm C; ypoBeHb y6eaNTE/IbHOCTHU
AoKa3sarenbcTB ll).

Xupypruyeckoe nevyeHume

e [lpu TAKENOM MOPa*KEHUU MOYEK, MIOXO KOPPEKTUPY-
eMblX MeTaboNMYEeCKUX HapylWeHUsX PEKOMEeHAoBa-
HO paccMOTPeTb BOMPOC O TPaHCMNAHTALUMKU MeyeHu
n noyek [7, 9, 10] (cmna pekomeHzaymn C; ypoBeHb
yb6eaunTenbHoCcTH oKa3aTenbCTB Il).

e Bo Bpemsa npegonepauyMoHHOW MOArOTOBKM, aHecTe-
3MONOMMYECKUX NOCOBUMIA U B APYrMX Chyyasx, Koraa
TpebyeTca YANMHUTb Nepuopd roNofaHus, PEeKoMeHao-
BaHO BHYTPWMBEHHOE BBEAEHME pPacTBOPOB [JIOKOS3bI
N 3NIEKTPONNTOB M3 pacyeta 8—10 MI/KF B MUHYTY AN
[eTen NepBoro roga KmM3Hu, 6-7 Mr/Kr B MUHYTY — AN
neten ot 1 roga ao 10 net, 5—6 Mr/Kr B MUHYTY — AN
netewn ctapuwe 10 net [7, 9, 10] (cuna pekomeHgauum C;
YpOBeHb yoeauTeNIbHOCTH JloKa3aTenbeTs ).

UHoe neyeHune
* PeKomeHAOBaHO NpoBeAeHME NEPUTOHEaNbHOro Anau-

3a nav remoauanv3sa (cuna peKkomeHgaumm C; ypoBeHb

yb6eaunTenbHocTH oKa3aTenbcTB Il).

KommeHTapuu. lpoueaypa nposoautca ans 6onee
3QPEKTUBHOIO BbIBEEHUSA TOKCUYHbIX METabO/IMTOB Mpw
OTCYTCTBMM ObICTPOM NONOKUTENBHON PpEaKLMN Ha UHTEHCHB-
Hyt0 Tepanuto, CoXpaHsoLeMcs KeToaLnaose u runepammo-
HUemuu. MNpu HU3KoM 3POEKTUBHOCTH AIUMTENBHO NMPOBOAM-
MOrO KOHCEPBATMBHOIO JIeYEHUS U HApacTaHUs NEYEHOYHOM
M NMOYEYHON HeaOoCTaTOYHOCTM BO3MOXKHa TpaHCMnaHTaums
NeyYeHn 1 NoYex.

KpuTepunun KayectBa OLUEHKMU MEANLMHCKOM MOMOLLN MPu-
BedeHbl B Tabn. 11.

o Cuna YpoBeHb y6eauTenbHOCTH
N2 Kputepumn KauectBa .
peKomeHaaLui AOKa3aTe/lbCTB

BbinonHeHo onpeaeneHne ypoBHA aMUHOKUCIOT U OPraHUYEeCKUX KUCOT

1 | B CbIBOPOTKE KPOBH W MATONOTMHECKNX MeTabo/NTOB B MOYE METOAOM A 1
TaHAEMHOMN Macc-CNeKTPOMETPUM NPU YCTAHOBNIEHWU AnarHo3a v aanee He
pexe 1 pa3aBroj

2 Ha3Ha4yeHa gveTtoTtepanusa npu yctaHoBNeHHOM AnarHo3e MMA, nanee B I
KOHTPONb He pexe 1 pa3a B roj

3 HasHauyeHo neyeHne NeBOKAPHUTUHOM NPU HaNUYUKU MeAULIUHCKUX NOKa3aHuin B I
M OTCYTCTBUM NPOTUBOMOKAa3aHUM

4 MpoBeneHo NPpo6HOE NeyeHne BUTaMUHOM By, AN AMarHoCTUKK B I
B1,-3aBucumoi popmbl MMA

5 | HasHauyeHo nevyeHune BuTamMmHom B4, npu B4 ,-3aBrcrmon dopme B Il

6 | BbinonHEeHbI MEPONPUATUS UHTEHCUBHOM Tepanuun Npu MeTabonnyecKkoM Kpuae B I

Mpumeyanne. MMA — meTunManoHoBas auuaypus.
Note. MMA — methylmalonic aciduria.



PEABWIUTALMUA

* [laymeHTam ¢ MMA peKoMeHaOBaHO NMpoBeaeHue pea-
GUANTALIMOHHBLIX MEPOMPUATUIA, HaNpPaBIEHHbIX Ha Noj-
aeprkaHve GyHKUMKU LeHTpaibHOW HEPBHOW CUCTEMBI.

° PeKOMeH/0BaHO MNpoBeAeHWE MCUXOSIOMMYECKOM noj-
OEPXKKMU 1 0ByHeHUs poaMTeNen npaBmaam opraHmsaumnm
NMOMOLLM M AMETOTEPANUU B MEXKMNPUCTYMHbLIA nepuos
W B nepuoj yrposbl MeTtabosiMieckoro Kpusa [3, 6, 7]
(cuna peKkomeHgauum C; ypoBeHb y6eaNTE/IbHOCTHU
AoKa3sarenbcTB ).

NMPOOUNIAKTUKA U AUCINAHCEPHOE

HABNIOAEHUE

MpodunakTuka

MpodurnakTnyeckme Mepbl BKAOYAOT MEAWKO-TeHETU-
YeCKOe KOHCYNbTMPOBAHWE CEMEN, MpeHaTasbHylo W/unu
NpPenMnNIaHTaLuMoOHHY0 AMArHOCTUKY, KOTOpble NMPOBOASATCS
C MOMOLLbI0O MONEKYNAPHO-TEHETUYECKOrO MCCNeaoBaHUS
6uonTata XOpMOHa C LENblo BbISBAEHUS MyTalMK COOT-
BETCTBYIOLMX FEHOB. B pane cnyvyaeB ycTaHoBNeHMEe nep-
BWMYHOI0 MOJIEKYNSAPHO-TEHETUYECKOrO AedeKTa No3BonseT
CKOPPEKTMPOBATb TAKTUKY BeeHWUS 6EPEMEHHOCTMH.

HeoHaTanbHbIM CKPUHKUHT B Poccuinckon degepaumm He
npoBoaUTCS*.

MOHMTOPUHI COCTOSAHUSA NALLUEHTOB

Cc MEeTUIMaJIOHOBOW auugeMuen
e B npouecce KOMMNEKCHOr0 Jle4eHUss pPeKoMeHayeTcs

OCYLLECTBNATb KOHTPOJSIb MoOKasaTeNiel KAMHUYECKOro

aHanu3a KpoBW, ypOBHeN remornobuHa, obuiero 6enka,

anb6yMWHa, TOKO3bl, CbIBOPOTOYHOIO Kesnesa, aMeK-

TPONMTOB, NaKTata, aMMHOKMUCNOT, CBOGOJHOrO KapHUTHK-

Ha W NPOMUOHUNKAPHUTUHA; KOHTPONMPOBATbL Napame-

TPbl KUC/IOTHO-OCHOBHOIO COCTOSIHUSA KPOBU, NMPOBOANTb

onpefeneHne no4yeyHonm IKCKpeLun MeTUIManoHOBOWM

Kucnotol [7, 9, 10] (cuna peKomeHgaumu B; ypoBeHb

yb6eauTenbHoCcTH fOoKa3aTenbCTB Il).

KommeHTapuu. KpaTHoOCTb nNpoBeAeHUs aHann3oB
3aBWCUT OT COCTOAHUA pebeHKa, HO B nepuos MHOEKLU-
OHHbIX 3ab6oneBaHU MnM MeTaboMyYecKoro Kpusa orpe-
AeNeHne aMWHOKMUCIOT M KapHUTUHOB OCYLLIECTBASIOT He
pexe 1 pa3a B 7-10 OHEN, KUCNOTHO-LIENIOYHOE COCTOS-
HWe onpeaensoT exeaHeBHO A0 cTabunuaauunn nokasarte-
nen. YpoBHU METMOHMHA, TPEOHUHA, BanuHa, U30JenLMHa
B KPOBMW B pe3ynbTaTe Je4eHUs O0/MKHbl GbiTb MPUGANKE-
Hbl K pedepeHCHbIM BO3PacTHbIM 3HayeHuam (Tabn. 12),
0CO6EHHO BaXKHO obecneynBaTtb HOPMasbHbIM CbIBOPOTOY-
HbIh YPOBEHb @MWUHOKMUCNOT C Pa3BETB/IEHHOW YrepoaHON
uenbto. Tak, HegocTaTo4yHoe NoTpebreHne 6enka u neduumT
M3onenumnHa CTaHOBATCA MPUYUHOM Pa3BUTUA TAXKENOro
aKpoJepmMaTuTa M CnyxaT OCHOBaHWEM AS AOMOJHWUTENb-
HOro BBeAEHWS B paLMOH NUTaHMAa L-M3onenumHa B J03e
50-100 mr/cyT B 3aBUCMMOCTH OT cTeneHu geduumnTta.

* [lokasaTenb CBOGOAHOINO KapHUTMHA PEKOMEHAOBAHO
noafepXuBaTb Ha BbICOKOM YPOBHE, MpeBbIllaloWeM
rpaHuUbl, ONpeaeneHHble Ang 340poBbix geten [7, 9, 10]
(cuna peKkomeHgauum C; ypoBeHb y6eANTE/IbHOCTHU
AoKa3sarenbcTtB ).

KommeHTapuu. 310 o6ecneynBaeT JETOKCMKALMOHHYIO
®YHKUMIO KAapHUTKHA, yNydllaeT CBA3biBaHWE U BbiIBEAEHME
N3 OpraHM3ma TOKCUYHbIX MPOMMOHOBbLIX MPOU3BOAHbIX. MpK
MCMNOJIb30BAHUM BbICOKMX 103 BO3MOMXHO Pa3BUTHUE HEXKeNa-

HeoHatanbHbIN CKpUHUHT npoBoanTcs B CLLUA, Bennko6putaHuu,
Hosow 3enaHguu, AscTtpanuu, KxHoin Kopee, CwuHranype,
TamBaHe, 601blIMHCTBE CTpaH EBponbl U B Ap. ctpaHax (Therrell
BL at al. Semin Perinatol. 2015 Apr;39(3):171-87. doi:
10.1053/j.semperi.2015.03.002. Review)

Ta6nuua 12. PedepeHCHble 3HaYeHUs U3onenLunHa, METUOHMHA,
TPEOHWHa 1 BanuHa B Nia3me KPoBM 30p0BbIx AeTen [3]

Table 12. The reference values of isoleucine, methionine,
threonine, and valine in the blood plasma of healthy children [3]

YpoBeHb B N1a3mMe KPOBU
AMMHHOKMUCNOTaA
MKMOb/N mr/100 mn
N3onenuymH 25-105 0,3-1,4
MeTUOHUH 18-45 0,3-0,7
TpeoHuH 45-250 0,5-3,0
BanuH 65-250 0,8-2,9

TeNbHbIX peaKkLUuin B BUE TOLWHOThHI U HEMNPUSATHOIO 3anaxa.

YKa3aHHble ABNEHUS NPOXOAAT MNOCe CHUXEHUS A03bl.

* Bo u36exaHve KaTtabonnamMa peKoMeHAyeTcs paccMo-
TpeTb BOMpoC 06 opraHu3auun NMTaHus Yyepes 30H Un
racTpocToMy, a TaKe 06 obecneyeHur HOYHOM runepa-
JIMMEHTAaLIMKU C UCTOSIb30BAHWEM crieLManbHOM NoMmmbl Ans
NOCTOSAHHOIrO BBEAEHUS MUTAHWA WU [IIOKO3bl, MaNbTOEK-
CTPUHa U apyrux pacteopos [7, 9, 10] (cuna peKomeHaa-
ymu C; ypoBeHb yoeanTe/IbHOCTH fJoKa3aTenbCTB Il).

* PeKOMeH[OBaH pPErynspHbii KOHTPOJb HYTPWUTUBHO-
ro cratyca C KOppeKuuen nuTaHus B 3aBUCMMOCTM OT
COCTOSIHUA pebeHKa M ero TONEepPaHTHOCTM K Gesnky.
KOHTpo/b GaKTUYEeCKOro NUTaHUs (XMMUYECKOro cocTa-
Ba palWoHa) ANs NpeaynpexaeHus passutus aeduumt-
HbIX COCTOSIHUI NPOBOAAT Y AETEN B peaHUMMaLMOHHOM
nepuoie exenHEeBHO, y AeTeln NepBoro roga }uMsHu —
He pexe 1 pasa B 7-10 AgHeNn, y nmauMeHToB cTapue
1roga — 1 pa3z3B 1-3 mec[7, 9, 10] (cuna peKkomeHaa-
uum C; ypoBeHb yoeaUTeNbHOCTHU JoKa3aTenbeTs ).

°* BonbHble METUIMAIOHOBOW auuaeMuen npeapacrnono-
¥eHbl K Pa3BUTUIO OCTEonopo3a U3-3a geduLmTta Kasb-

UMa M BUTamMuHa D, noaToOMy peKOMEHA0BaH KOHTPO/b

3a YPOBHEM NOTPEBGNEHUS BUTAMUHOB M MUHEPAsbHbIX

BELLECTB, a TaKXe CBOeBPEMEHHas KoppeKLUuUs ux gedu-

uuta [7, 9, 10] (cuna pekomeHgauum C; ypoBeHb yoe-

ANTENIbHOCTH JOKa3aTenbcTs ).
°*  O6wumn npobnemamum ang 60abHbIX MMA aBNSOTCS PBO-

Thbl U 3aM0OpPbl, KOTOPbIE PEKOMEH10BAHO BOBPEMS Npe/ioT-

BpallaTb U KoppeKTupoBaTthb [7, 9, 10] (cuna pekomeHaa-

uuu C; ypoBeHb yoeauTebHOCTU AoKa3aTtenbeTs ll).

* Kpowme TOro, naumneHTam pekoMeHJoBaHO HabnaeHue
y NCUXOHEBPOJIOra A1 Ha3Ha4YeHUs CUMNTOMAaTUYECKOM
Tepanuu, y Hedponora, Kapanosora, racTpo3HTEPONO-
ra — B CBSI3W C PWUCKOM TYyGYNOMHTEPCTULMANBHOIO
HedbpuTa, KapanomuonaTuu, NaHkpeaTuTa (KOHTPONb 3a
KIMHUYECKMMU aHannsamm mo4m — 1 pa3 B 6 mec; 33r,
OxoKIT, Y3W BHyTpeHHUX opraHoB — 1 pa3 B rof) [7, 9,
10] (cuna pekomeHgaymn C; ypoBeHb yoe[UTENIbHO-
cTh goKa3atenbcTs Il).

[Jetn ¢ MeTunmManoHOBOM auuagemMmuen 06bl4HO nona-
JaloT B OTAeNeHue naTtonoruu Jeten paHHero Bo3pacTa,
WHOEKLMOHHOE OTeNeHe UM peaHnMaLnio B COCTOSAHUN
MeTab0o/IM4EeCKOro Kp13a, pa3BuBluerocs Ha GoHe mMeTabo-
JNIM4ECKOro aLumnao3a v rmnorinkeMun.

MpPoAoMIKUTENBHOCTb FOCNUTANU3aL MM 3aBUCUT OT CKO-
pocTv BepudUKaLMKU AuarHosa, KOPpPeKLUn meTtabonuye-
CKMX HapyLIEeHWI NyTeM NpoBeAeHNS MHTEHCMBHOM Tepanuu
W Hayana naTtoreHeTUYecKon AueToTepanuu, a TaKkKe oT
CPOKOB MOABNEHUSA MONIOXKUTENbHON AMHAMUKK CO CTOPO-
Hbl UEHTPasbHOW HEPBHOW CUCTEMbI M APYrMX OPraHoB,
CKOPOCTU BOCCTAHOBNIEHWUSI MoKas3aTenen [MoKo3bl KPOBU
N KMCNOTHO-LWENOYHOrO COCTOSAHMS (OTBET Ha SIE4EHNE OTME-
yaeTcs B TeyeHue 5-7 gHen). [MpebbiBaHWe B cTauuoHape
cocTaBnsieT B cpeaHeM 21 aeHb.
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Mocne BbINUCKM U3 CTalMoHapa pebeHOK LOMKEH HaXo-
AMTbCS Ha 3Tane amMbynaTopHO-MOMMKIMHUYECKOrO Habnto-
JeHus y nepuatpa, HeBponaTosora, reHeTnka; 60/bHble
C CMMNTOMaTUYECKOW anuaencuen HyxgawTtcsa B Habnto-
AeHun anunenTonora. KoHcynbTaumMu Apyrux cneumanvuctoB
Ha3HavaloTcs no MnokasaHusM. ExemecsyHO Heo6Xoaumo
NPOBOANTb UCCNE[0BaAHUSA KUCIOTHO-LWENOYHOIO COCTOSIHMSA
KPOBMW, KOPPEKLMIO 1e4eBHOro NUTaHms u CUMNTOMaTUYECKON
Tepanuu; 1 pa3 B 6-12 Mec peKOMeHAYeTCS KOHTPOAMpoBaTb
cojeprkaHue naTonorM4yecKnx MeTabo/IMTOB B CbIBOPOTKE
KPOBW MK MOYE METOLOM TaHAEMHON MacC-CNEKTPOMETPUM.

ExXerogHo AeTr AO0MKHblI MPOXOAWTbL YIYGNEHHY AWC-
naHcepusauuio B YCNOBUSX [LHEBHOro cTauuoHapa (4au-
TEeNbHOCTb rocnuTanuadaunn — He meHee 10 cyT), rae TakxKe
OCYLLECTBASAOTCA HeobxoAnuMble peabunutalMoHHble Mepo-
nNpUATUS. MOHUTOPUHT 3a COCTOSIHMEM pebeHKa M aeKBaTHO-
CTblO TEPANUM NPOBOAMTCS C YAacTOTON, YyKa3aHHOM B Tab. 13.

AOMNOJ/IHUTE/IbHAAA UHOOPMALIUA, BJIUAIOLWAA

HA TEYEHME U UCXO[]1 BABOJIEBAHUA

bes naToreHeTM4eCcKoro neyeHus B nepnog Metabonm-
4eCcKoro Kpusa nofasnsitowee 60AbWKMHCTBO AETEN MOru-
6aeT. [pnM CBOEBPEMEHHOM KOPPEKUMU U NPOodUIaKTUKE
MeTabonnM4eCKMX KpU30B, COBMIOAEHNM U CTPOTOM KOHTpOSe

naToreHeTMYecKom aueToTepanum M CUMMNTOMATMYECKOro
JIe4eHUs MPOrHO3 A8 KU3HWU 61aronpPUATHBIN.

[MpOrHo3 COCTOSAHWUS M YPOBHA MCUXMYECKOro pa3Bu-
TS GOJIbHbIX 3aBUCUT OT TAXKECTU N GOpMbl 3ab6oneBaHuUs
(B4o-pe3uncteHTHan ¢opma mutO otnyaetcs 6onee paHHen
MaHudecTaumen n HecTabUIbHOCTbIO TeyeHus 3aboneBa-
HWS), BOB/IEYEHUS B MATONOMMYECKUI NPOLLECC BHYTPEHHUX
OpraHoB (NMOYKK, cepaLe, NoaAXeNnyaoyHas enesa), a Takxe
CPOKOB Ha4ana cneuuanu3MpoBaHHOM Tepanum 1 KayecTBa
fle4eHuns, cnocobHOro npeaynpeanTb NPUCTYNbl MeTabonu-
YeCKOW IeKOMMNEeHCaLIUM.

WHOOPMALIUA ANA NALUEHTOB

[etu c nogosperHvem Ha MMA TpebyioT TlwaTelbHOro oberne-
[l0BaHWsA M HabnogeHus. CeMbK, B KOTOPbIX €CTb 6O0/bHble
C YCTaHOBNIEHHbIM AnarHo3oM MMA, LOIKHbI MPOUTU MEAMUKO-
reHeTUYeCKoe KOHCYNbTMPOBaHWE, TaK KaK PUCK MOBTOPHOIO
poXAeHUs 60/1IbHOro0 pebeHKa B cembe cocTaBnaeT 25%.

Haunb6onee onacHbIMK AN15 })XM3HU COCTOSIHUSAAMU, BEAYLLIN-
MU NPKU OTCYTCTBMMU IeYEHUSA K HEOBPATUMbIM NOCNEACTBUAM
BMN/JOTb [10 NIETaNbHOr0 Ucxoaa, ABAAOTCS MeTabonM4yeckue
Kpu3bl. Kp13bl 06bIYHO MPOBOLIMPYIOTCA TakMMu Hebnaro-
NPUATHBIMKW paKTopamu, KaK HapylleHue AneThbl, NpeHebpe-
YXEHWe Ha3HavyeHns MKW Bpaya, BUPYCHble U BaKTepuanbHble

Ta6auuya 13. MeTab0/IM4E€CKUIN KOHTPOIb, MOHUTOPUHT AUETUYECKOTO IEYEHUS, HYTPUTUBHOIO CTaTyca ¥ BO3MOXHbIX OTal€HHbIX

OCJIOXXHEHWW 3ab6oneBaHua*

Table 13. Metabolic control, monitoring of dietary treatment, nutritional status and possible long-term complications of the disease*

UccnepoBaHue

YactoTta

AMMMaK, ra3dbl KPOBM, NaKTaT

B Kaxabln BUSUT

AMMHOKUCIOTbI NNa3Mbl KpoBHM (nocne 3—4 4 ronofaHus)

1 pa3B 3-6 mec

MeTunmanoHoBas KUCnoTa B NiasmMe U Moye

1 pa3 B 3-6 mMec

CB06OAHbIN KapHUTUH (TMC)

1 pa3B6-12 mec

KoHTponb aneThl (NULLEBOW AHEBHMK)

B Kakabl BU3UT

AHTpoOnomeTpus

B KaxAabli BUSUT

KnAnHU4eckum ocmotp

B Kaxabli BUSUT

Anb6yMUH, NpeanbbyMUH KPOBU

1 pa3 B 6 mec

napaTropMoH, 25-OH ButamuH D B nna3ame KpoBwu

CocCTOsIHME KOCTHOM TKaHM (KanbLmi, pocdop, wenoyHas dochdartasa, MarHuin,

1 pasBrog,
npv Nopa*keHnu NnoYeK — vatle

LinHK, ceneH, deppuTuH, bonmesas KUCI0Ta, BUTaMUH B,

1 pa3Broa

OCMOTp HEBPOJIOFOM

Kaxabl BU3UT

OnpepeneHve rnoMepynsipHon U TYGYNIpHON GYHKLMKU NOYEK (KpeaTUHWH, MOYEBMHA,
3NEKTPONUTHI, LUcTaTUH C, MOYEBAs KUCNOTa, ANEKTPONNUTLI U BENOK MOYH)

1 pa3 B 6-12 mec, Ha4yMHas ¢ 6 neT,
WNIW paHbLUE MPU HannYumn NPU3HaKoB
nopaKeHns noyek

MaHKpeaTnyecKkas amunasa, nMnasa

1 pa3 B 6 mec

Kapgunonorunyeckoe o6cnepoanue (KT, IxoKI)

B MOMEHT iMarHoCTUKM 3a6051eBaHNg,
nanee 1 pas/rof nocne 6 net

KorHutusHble dyHKUMM (1Q)

[lna onpefeneHHoro Bo3pacTa

OdTanbmonornyeckoe o6cnefoBaHmne

1 pa3/rog nocne 6 net

33r, MPT, cypaonoruyeckue Tectbl

Mo nokazaHusam

CTomartonormvyeckas nomoLlb

He pexe 1 paza B rog

lNpumeyaHne. * — agantnupoBaHo n3 [7]. TCM — TaHaemHasa macc-cnekTpomeTpus, K — anekTpoKapanorpadus, IxoKl —
axoKapauorpaodwus, I3 — aneKkTpoaHuedanorpadpus, MPT — MarHMTHO-pe30oHaHCHasa ToMmorpadums.
Note. * — adapted from [7]. TCM — tandem mass spectrometry, ECG — electrocardiography, EchoCG — echocardiography, EEG —

electroencephalography, MRI — magnetic resonance imaging.



Ta6nuua 14. OCHOBHblE NPUHLMNbI BBEAEHUS YINEBOAOB NpU
Tepanuu Ha AoMy

Table 14. Basic principles of carbohydrate administration during
home therapy

YrneBopabl /ManbTOfEeKCTPUH

L G0 O (0o6bem XKUAKOCTHU (M/1) B A€Hb Yepe3 pPoT)

0-1 MwuHumansHo 150 mn/Kr
1-2 120 mn/Kr
2-6 1200-1500 B cyT

MNHTEeHCMBHas Tepanus NpogoIKaeTCs B TOM

e o6beMme, 4To 1 B Bo3pacte 0—6 feT, BO3-

MOXHa MHAMBUAYaNnbHas aganTauns o6bema
W A03bl

Crapwe 6

MHDEKUMKU, CTPECCOBblE CUTYyaLMKU, TpaBMbl U XUpypruye-
CKMe BMelaTenbCcTBa, 3IMOUMOHaNbHble M GU3NYEeCKue
Harpy3ku. lpeaBecTHUKaMU Kpu3a SBASIOTCA CHUMKEHUe
9MOLIMOHANbHOrO TOHYCa, BSAAOCTb, COHAMBOCTbL; pebe-
HOK OTKa3blBaeTCs OT efbl, MOXET 6blTb PBOTA, BOSMOXEH
noagbem TemnepaTtypbl, 0CO6EHHO Npu gebloTe NHPEKLMOH-
Horo 3a6oneBaHus.

Mpu nepBbiX cMuMnNTOMax MeTaGo/IM4ECKOro Kpu-
3a He06X0AMMO CPOYHO rocnuTanusMpoBaTb peGeHKa,
a o npuesfa Bpavya CKOPOW NOMOLLU HE3amMeAUTE b
HO HavyaTb Tepanuio Ha AoMmy.

Mpn Hanuunn debpunbHON nuxopadku Huxke 38,5°C,
OTCYTCTBMM TaKMX CUMMTOMOB, KaK pBOTa, OTKa3 OT efbl,
W pa3IMyHbIX HEBPONOTMYECKUX HaPYLLEHWI MOKa3aHbl NPo-
[O/MKEHWE OCHOBHOM MeTaboNMYEeCKOM Tepanuu U MaKCu-
ManbHOE OrpaHuyeHne MOoCTYMNNEHUs HaTypanbHOro 6enka
C NULLLEN Ha CpOK A0 12 4, rocnuTanu3auuns 60/1bHOro.

[Mpn Hanuuuu TemnepaTtypbl Bbilwe 38,5°C aaloT xapo-
NMOHWXKaloLWMe cpeacTBa, B TOM yucne nbynpodeH B aose
10-15 MI/Kr B CYTKW, MaKCMMalbHOE Ha3HayeHue npe-
napata — Ao 3-4 pas/cyT, HO He 6onee 60 Mr/cyT; obe-
crneyunBatoT JOCTATOYHOE MOCTYNAEHNE KUAKOCTU, MPU 3TOM
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