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CraTbs nocBsilyeHa akTyabHOM npobsieme negmaTponm — AMarHOCTUKE U JIeYEHMIO ayTOCOMHO-PELIECCUBHOIO 3ab0/1eBaHus
M3 rpynnbl OpraHn4ecKmMx aunmageMmn — MeTUIMaa0HOBON auuagemMun. HecmoTps Ha AOCTUrHYTbIe yCrexu B AMarHOCTUKE
3ab0s1eBaHNs, OCHOBaHHbIE Ha MOJIEKYIIPHO-FEHETUYECKNX NCCAEA0BAaHUSIX, @ TaKKe PacLUMPSIIOLLMIACS apceHas Teparnes-
TUYECKUX M HYTPUTUBHbBIX MHCTPYMEHTOB, PE3Y/bTaTbl IEYEHUS E€TEMN OCTaKTCsl HEYyTeLNTEeIbHbIMU. MeTaboim4ecKkme Kpm3bl
Yy NaymMeHTOoB C PaccTPOUCTBOM 0OMEHa OpraHMYECKUX KUC/IOT COMPOBOXAAIOTCS TAIKE/bIM MOParKEHUEM LIEHTPAIbHON HEPB-
HOV CUCTEMbI M aCCOLIMMPYIOTCS C BbICOKMM YPOBHEM JieTaslbHOCTH, JocTurasi 50% u 6os1ee B 3aBUCUMOCTHU OT FEHETUYECKOro
rogBapuaHTa 3abosieBaHus. Pa3Butme MeTaboIM4eCKOro Kpmn3a TpebyeT HEOT/I0XKHOM MEANLIMHCKOM NMOMOLLM, BKIKOYaKoLen
LMPOKMI CMEKTP TepaneBTUYECKUX NOAX0A0B, PEKOMEHAAaLNN 0 HYTPUTUBHOM NOAAEPIKKE, NCI0/Ib30BaHUE 3aMECTUTE Tb-
HbIX MOYEYHbIX TEXHOIOMMH. B paboTe npeacTaBi€Hbl COBPEMEHHbIE AaHHbIE M0 NAaToPU3N0I0IrMN, KITMHUKO-1a60paTOPHOM
XapaKTepucTrnke 3abosieBaHMs n METab0IMYECKOro KpM3a, a TaKKe MPOoTOKOJ1 BEAEHUS OCTPOro npuctyna (Kpusa) Metui-
MaJIOHOBOV auuaeMmnm, 3HaHME KOTOPOro Mo3BOJISET JOOUTLCS CyLECTBEHHOMO MOBLILIEHUST NOKa3aTeen BbIXXMBaeMOoCTH
rnaymeHToB JaHHOM rpynmebi.

KnroueBbie cnoBa: MeTUIMaNoOHOBas aunaeMusi, METabO0JIMYECKNI KPU3, AMArHOCTUKA, CUMITOMbI, JIEHEHUE, AETH.

(Mepunatpuydeckas papmaxonorns. 2014; 11 (4): 116-119)

BBEAEHUE

MeTabonmMyeckme Kpuabl Yy OETEN C pacCTpPONCTBaAMMU
06MeHa OpraHUYEeCKUX KMCAOT MOTYT MPUBECTH K TAXENOMY
NMOpPaXKEHWIO LIeHTPaNbHOM HEPBHOM CUCTEMbBI WU K CMEp-
TM, NO3TOMY TPEOBYIOT HEOTNOXHOM MEAULIMHCKOW MOMO-
wu [1, 2]. NpeactaBneHHbIM MPOTOKON OTHOCUTCS TOJSIbKO
K METUIMaNOHOBOW aLMaAEMUU U AOIKEH NPUMEHATHCS N0
Habn4eHneM (XoTd 6bl 3a04HbIM) cneumanncTa no meTa-

MetunmanoHoBaa auuaemus (MMA) — ayTOCOMHO-
peueccMBHOE HacleACTBEHHOe 3abofieBaHue U3 Trpyn-
Nbl OpraHMYecKMx auuaemMun, obycnoBneHHoe geduum-
TOM aKTMBHOCTU MWUTOXOHAPWanbLHon B,,-3aBUCcHMON
MeTunamanoHmn-KoA-mytasbl — depMeHTa, KOTopbIv NpensT-
CTBYET MpeBpaLLEHNIO METUIMANTOHOBOM-KOA B CYKLMHUA-
KoA. K neduumnTy akTMBHOCTU GepMeHTa MOXET NPUBOANUTb
KaK aedeKT caMmoro dbepmeHTa, Tak U BTOPUYHBIN AedULUT

60/IM4ECKOM NaTONOrnKN y AETEN. ero Kodakropa — BUTaMuHa B,, (KobanamuHa).
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Acute Metabolic Crisis Treatment Protocol
at Methylmalonic Acidemia

The article is dedicated to a pressing issue of pediatrics — diagnosis and treatment of an autosomal-recessive disease from the group
of organic acidemias — methylmalonic acidemia. Despite the attained progress in diagnosis of this disease based on the molecular
genetic research and an expanding arsenal of therapeutic and nutritive instruments, results of treating children remain unsatisfactory.
Metabolic crises in patients with organic acid metabolic disorders are accompanied by a severe affection of the central nervous system
and associated with high mortality (up to 50% and more depending on the genetic subtype of the disease). Development of a metabolic
crisis requires emergency medical care, including a wide range of therapeutic approaches, nutritional support recommendations and
use of replacement renal technologies. The article present current data on pathophysiology, clinical laboratory description of the
disease and metabolic crises, as well as the acute methylmalonic acidemia attack (crisis) management protocol, use of which helps to
achieve a significant increase in survivability of pediatric patients.
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NMATO®U3UHOJIOIUA

MeTaboMYeCKMM MPeAWEeCTBEHHUKOM METUIMaNoHO-
Boro-KoA asnsetcs nponuoHunn-KoA, KOTOpbI B CBOK O4e-
pedb SBASETCA NPOAYKTOM pacnafa YeTblpex He3ameHUMbIX
aMWUHOKMCNOT: N30MenLmnHa, BannHa, METUOHUHA, TPEOHWUHA,
a TaKkXe ferpagauuy KUPHbIX KMCAOT C HEYETHbIM YUCIOM
aTOMOB yrnepoja B MOfeKyne u xonectepvHa. Kata6onmsm
3TUX NPEALECTBEHHUKOB NPUBOAMT K HAKOMNEHMIO MPONMo-
HaToB (MeTUAManoHoBOro-KoA ¢ MpoMeXyTo4HbIM 06pa3o-
BaHMeM nponuoHun-KoA).

HapylweHns BHYTPUKIETOYHOrO meTabonuM3ama Kobana-
MUHa (BMTamuHa B,,) — cblA-, cbIB-, cbIC-, cbID-, cblF-
nednumnt — Bbi3biBatoT MMA. OcTpble npuctynbl MMA Bbi3bl-
BatoT cblA-, cbIB-neduumntsl; cblC-, cblD-, cblF-nednuunTsbl,
KpoMe MMA, cnoco6CTBYIOT MOBbLIWEHUIO YPOBHA FOMOLM-
CTEMHA U CHUXKEHWMIO YPOBHSA METUOHMHA M PELKO NpoTeKaloT
B OCTpov popme, Bbi3biBasi XxapaKTepHble Kpusbl [3, 4].

Mpu MMA ocTpble 3aboneBaHus (Hanpumep, NepuHa-
TanbHbIM cTpecc, MHdEeKUMs, TpaBma, onepaunoHHoe BMe-
LaTeNbCTBO) WMAM YPE3MEPHbLIN NpUeM BHYTPb OGEKOBbIX
NPOAYKTOB CMOCO6HbI BbI3BaTbh Tak Ha3biBaeMbli KaTtabonum-
YECKUM CTpecc, KOTOpbIM NPOSIBASIETCA MOBbILEHUEM KOH-
LeHTpauun B KPOBM aMWMHOKMUCAOT (M30NENLMHa, BanuHa,
METUOHWHA, TPEOHWHA) U NMPOMMUOHOBOW KUCNOTbI: HaKomne-
HUE METUIMANIOHOBOW KWUCNOTbl BbI3bIBAET TSXKENbIM MeTa-
60N1MYeCKMI aumMao3 BcneactTene o6pas3oBaHms KETOHOBbLIX
TeNl M HaKOMNEHWUS OPraHUYeCKUX KWUCAOT, TMMOrIMKEMMIO
W runepaMmmoHumemmio [3].

ns MMA xapaKTepHO criefyroujee covyetaHue aabopa-
TOPHbIX ToKa3aTenen:
°* MeTaboIM4YECKNIN aLUnao3 C aHUOHHOW pasHULLEW;
®  KEeTOHypus;

°  TUNOINKEMUS;
°  rMnepamMOoHUEMUS;
°  rMNeprnMuUMHEeMUS.

MMEeHHO oCTpbIM KeToaLMA03, rMNepaMMOHUEMUS], TUMNO-
rMMKkemusi o6ycloBAMBAIOT Pa3BWUTME COHIMBOCTM, 3aTop-
MOXEHHOCTU, COMOPO3HOro COCTOSAHMA y pebeHKa BO Bpe-
mMs ocTtporo npuctyna MMA. KeToaungos TakKe Bbl3blBaeT
TOLWHOTY, pBOTY. AKTMBaLMS CBOOGOAHbLIX MUPHbIX KWUCIOT
M3 KMPOBbIX OT/IOKEHUW CMOCOOCTBYET XMPOBOMY renarto-
3y. AnuTenbHble MeTabofIMYeCKne HapylweHus npuBoaaT
K YrHETEHMIO KOCTHOIO MO3ra W, Kak peaynbraTl, pa3BuTuio
HENUTPOMNEHUN.

K/IMHUYECKOE TEYEHHME

KnnHunveckue npossneHns Kpusa:
° jletaprus, USMEeHeHHOe MCMXMYECKOoe COCTOAHKE;
* TOWHOTa, PBOTa;
° rernartomeranus.

JlabopaTopHbie NposiBIEHUS KpU3a:

°  TUNOINKEMUS;
° MeTabonMyecKum aumaos;
°  rMnepamMOHUEMMUS.

CywiecTByeT ABa TMNa KPU30B B 3aBUCUMOCTU OT TsKe-
CTW reHeTnyeckoro gedekra. HeoHatanbHas dopma npo-
ABNSETCS B NEPBbIE CYTKU KUBHU, HOCUT XKU3HEYIPOXKAIOLLUI
XapaKTep C TaxenbiM HapyweHueM co3HaHus. KnnHnyeckas
KapTuHa HanoMWHaeT TeYeHWe TAXKEeNOoro HeoHaTanbHOro

cencuca. MnageHyecKkas (MHdaHTUAbHasA) ¢opma mnmn dop-
Ma C NO34HUM HavyasioM pa3BUBatOTCHA NOCTEMEHHO [5]: oTMe-
YyaeTca 3aJepKa B NMCUXOMOTOPHOM pa3BUTUM, MpubaBKe
Macchbl Tena; UMeloT MEeCTO Pa3/iMyHble HEBPOJSIOrMyecKue
HapylleHns, TakMe Kak Cyaoporu M cnactu4HocTb. OCTpbIn
Kpn3 MMA HacTynaert, Kak npaBuio, BHe3anHo nocse Karta-
6onunyeckoro ctpecca (06blYHO MHPEKLIMK C TIUXOPALKON).

Poautenn peten ¢ mMeTaboMyecKMMuK 3aboneBaHUAMM
(B TOM yncne MMA) 0653aHbl 3HaTb NPOSABIEHUSA JEKOMMEH-
cauuu. BaxHo 4yBCTBOBaTb M yMETb NMOHWMATb COCTOSHWE
3[10pOBbS CBOEro pebeHKa.

HesameagnutenbHbie meponpusatus npu MMA:

e [aTb pebeHKy caxap A/ MOBbIWEHUS YPOBHS [IOKO3bI
B KPOBMY;

® OUEHWUTb BWTaNbHble (YHKLMM OpraHu3ma, cephaeyHo-
COCYAMUCTYIO AEATENBHOCTb;

e o6ecneynTb ONTUMaNbHOE NOCTYNIEHNE KUAKOCTH;

®  OUEHWUTb pa3Mepbl NeYeHu;

®  OLEHWUTb HEBPOJIOTMYECKMI CTaTyC, UCKIIOYUTb MPUSHAKM
HapacTaHWs BHYTPUYEPENHOrO AaBNEeHUS.

AWATHOCTUKA
JlaGopaTopHasa guarHocTuKa ocTporo kpusza MMA
AHann3bl KPOBM:

®  KWCNOTHO-LLENOYHOE COCTOsIHME (radbl KpoBH, pH, anek-
TPONUTBI, FIOKO3a);

® aMMOHWW (Ba)XHO OTMETUTb, YTO 3ab6Op KPOBU HEOOBXO-
AMMO BbIMONMHATL 6€3 MUCMONb30BaHUS KryTa — KPOBb
[lOJI}KHa CBOGO/IHO BbITEKATb U3 BEHbI; MPOGUPKA A0/IKHA
ObiTb 06/10XKEHA NbAOM W AOCTaB/ieHa B nabopaTopuio
He3ameanuTenbHo);

° acnapraTt-/anaHMHamMuHOTpaHcdhepasa, LenoyHasa doc-
daTtaza, NpoTpoMOMHOBOE BPEMS, aKTUBUPOBAHHOE
4YaCTUYHOE TPOMGOMIACTUHOBOE BPEMSA U MEXAyHapoa-
HOe HOPMann30BaHHOE OTHOLUEHHUE;

° MaHKpeaTMyeckas amunasa, iMnasa;

° noKasaTenu GyHKLMKU NoYeK (KpeaTUHWH, MOYEBUHA);

® TaHAEMHas Macc-CNeKTPOMETPUS KPOBM (AMUHOKUCIOTbI
N KAPHWTUHOBBIN CTaTyC);

e 0o6WMA aHanmM3 KpoBM C nenKouuTapHou Gopmynon,
TpombouuTamu;

®  MWKPOBUONOrMYECKMI MOCEB KPOBW.

AHan3bl MOYH:
® aHaaM3 MOYM (YAEeNbHbIV BEC, KETOHbI);
®  AMMWHOKMCIIOTHbIW COCTaB MOYM;

° 0 MOKa3aHWsaM MUKPOOMONOrMyecKoe uccregoBaHue

MOYM.

CnepyeTt OTMETUTb, YTO OpraHU4YeCKMe KUCIOTbl U aMMO-
HWUW TOKCMYHbI A/151 TONIOBHOIO MO3ra, X HaKomnJeHne MOXeT
Bbl3BaTb OTEK MOC/EAHEro, YTO HEOBXOANMO Y4UTLIBATL MPHU
BbIMNOJIHEHWU CMTMHHOMO3rOBOM MYHKLMW.

JIEYEHME
OCHOBHble MePONPUATUS:

° MpeKpaTUTb Np1em 6esIKOBbIX MPOYKTOB;

* o6ecnevnTb NOCTYMIeHNE MUIKOCTU CO CMECHIO U HYKHO-
ro KONMYecTBa Kaslopuii;

°  KOpPPEeKLMs GUOXMMUYECKUX HAPYLLIEHW;
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HeoTno)xHble COCTOAHUA Y AeTel

° BblBEAEHNE TOKCUYHbIX METABONTOB;

° ycTpaHeHWe NpoBoUMPYOLMX GAKTOPOB;
° npuem KobaKTopoB (BMTaMuHa B,,);

° NpefoTBpallEHNE OCOXHEHWUN.

Bo Bpemsi metabonnyeckoro kpuza MMA noctynnexHve
BCex 6€/1KOB A0/IKHO ObITb NpeKpalleHo Ha 48—-72 4. B nepu-
0J1 pEKOHBaNecuUeHuUmMm 6enKoBas Harpyska BBoAWUTCS NocTe-
NMEeHHO B BWAe MapeHTepanbHOro NMuTaHusg u/uManm ¢ Nomo-
b0 CNeunanM3nMpoBaHHbIX CMECEN, KOTOPbIE He coaepKaT
METUOHWH, TPEOHWH, BanuH.

BeBeaeHue fOCTaTOYHOr0 06beMa HUAKOCTHU

WU Kanopumn

Bo Bpems meTabonunyeckoro Kpnza MMA naumeHTbl HyX-
[latoTcs B 60/1bWOM 06beME BHYTPUBEHHbIX MHOY3Ui (Hepes
nepudeprmyeckMn WM LEHTPaibHbIM BEHO3HbIA [OCTYM)
C Lenblo permvapataumm n obecnevyeHns HopmasabHOro Kano-
paxa. MHPy3nMoHHble cpeabl BKAOYaloT 10% pactBop Mmio-
KO3bl C HOpMasbHbIM coaepraHneM anektponutos (0,9 unm
0,45% pacTtBOpa xnopuia Hatpus), ¢ Ao6aBlEHNEM Kanus,
npeBbIWaWmMM B nontopa pasa GU3MONOrMYECKYIO CYTOY-
HYl0 NOTPEeBOHOCTb NpU afleKBaTHOM aunypese. NMHPy3noHHas
Tepanus AO0JIKHa MPOBOAWMTLCA A0 HOpManu3auuu BOAHO-
3/IEKTPOIUTHOrO BanaHca.

Bce nmauuneHTbl ¢ oOCTpbiM MeTabonmMyeckum Kpnaom MMA
[OMKHbI MONyYaTb BbICOKOKANOPUIHYIO AMETY A0 AOCTUKEHNUS
aHab0/IMYEeCKOro cocTosfiHUA. KaTtabo/iMyecKoe COCTOsIHUE,
KOTOpPOE MPOBOLMPYETCA BblLLEYNOMSAHYTbIMW CTPECCOBbLIMM
daKTopamu, MOXKeT ycyryb/iaTh CyLeCcTBYOLME MeTabonnye-
CKME HapylleHUs, NpoBOLMPOBaTh yXyalleHne meTabonumye-
CKOro auunaosa, Ketosa, runepaMMoHueMumn. BHyTpuBeHHOE
BBEAEHMNE XKMPOBbIX 3MYNbCUIM (LLeNecoo6pasHO UCMOIb30-
BaTb LEHTPasibHbIM BEHO3HbIN JOCTYN) 4OMKHO 06ecrneynsaTb
BbICOKMIW Kanopax. benku B nutaHue AOMKHbI BBOAUTLCSH
NOCTENEHHO B 3aBMCUMOCTH OT CMIOCOBHOCTU K UX YCBOEHMUIO,
a TaKXe KIMHUMYECKOM KapTUHbI, MCUXOHEBPOIOrMYECKOro
cTaTyca, NabopaTopHbIX UBMEHEHUI U NOJIOXKUTENbHOW ANHA-
MUKW 3aboneBaHus.

Tepanusa cneunannu3anpoBaHHbIM AETCKUM ANETUHECKUM
(neyebHbIM) NMUTAaHMEM CMECHIO aMUHOKMCIIOT MOXET Cyllle-
CTBEHHO YNy4YlIUTb COCTOSIHME pebeHKa, CHU3UTb TAXKECTb
KJIMHUYECKUX NPOsABNEHMI. HadHayeHne AaHHOro NnuTaHus
[OJIKHO OCYLLECTBNATLCA NMo4 HabMOAEHUEM HYTPULIMONO-
ra, y KOTOporo ecTb OMnbIT NPOBefeHUA MeTaboMyecKon
Tepanun. HasHayeHue cneyuMannu3nMpoBaHHOIO MNUTaHUS
6€e3 «onacHbIX» aMUHOKUCIIOT (M30/1IENLLIMHA, BaniuHa, Tpeo-
HWHa, MEeTMOHWHA) B Hayane MeTaboJIMY4ECKOro Kpusa
CNOCOGHO He TOJIbKO CTUMYy/NMpoBaTb Nnpolecc aHabonms-
Ma, HO W NpPeaoTBPaTUTb 3HAYUTENbHYIO MOTEPID MaccChbl
Tena. MNpu 3HAYUTENbHbIX HEBPONOrMYECKUX HaPYLUEHMUSX,
pUCKe acnupauuu MnocTyn/ieHWe aMUHOKWUCIOTHbIX CMe-
Cel [OMKHO OCYLLECTBNATLCA 4epel3 HasoracTpasbHbli
30HA.

°  KoppeKuuss MeTabo/IM4ECKOro auuaosa: MefjeHHas
KOpPPEKLMA C MOMOLLbI0 pervapataumm u yBenuyeHus
nocTynaeHns Kanopun. Bonpoc o Ha3HavyeHun OGuKap-
6GoHaTa HaTpua Yyepes PoT UKW NapeHTepanbHO AOMKEH
ObITb PACCMOTPEH B 3aBUCUMOCTU OT KIIMHUYECKOMN Kap-
TUHbI, @ TaKXe ec/in ypoBeHb OGMKapbOHaTOB MeHee
15 mmonb/n.

*  KoppeKuus runormKeMmu: eCnmn ypoBeHb IMIOKO3bl B KPO-
BU HU¥Ke 2,6 mMMonb/n, cnefyet Beect 5—10 mn/kr 10%
p-pa rMoKO3bl BHYTPUBEHHO GOMOCHO (MM 1—2 MA/Kr
50% p-pa rnoKo3bl, Unn 2—4 mn/Kr 25% p-pa rnoKo3bl).
CpeaHsa ckopocTb 7—10 Mr cyxow MlOKO3bl Ha KWMO-
rpaMM Macchbl Tena B MUHYTY NO3BONSET NOALEPKMUBATL
HOPMOIMUKEMUIO. MOTPEBHOCTb B MHCY/IMHE BO3HWKaeET
y OTAENbHbIX AETEN U KOPPEKTUPYETCH BBEAEHUEM KOPOT-
KMX MHCY/IMHOB B pactBope mtoKo3bl (1 Ea Ha 4 1 cyxon
rMIOKO3bl).

* [unepaMMOHUEMHUS: €CNN YPOBEHb aMMOHUSA B KPOBU
CWNbHO MOBBLIWEH, CYLWECTBYIOT ABa MNOAXOAa K KOPPEK-
UMK — MeLMKaMEHTO3HbIN KOHCEePBATUBHLIN U NpoBee-
HWe remMoananunaa.

BbiBeeHue TOKCUYHbIX MeTa6o/IUTOB

*  [emogunann3. NoKazaHeM SBNAIOTCA TPYAHO KOPPUIMPY-
eMbli METab0/IMYECKMI aLMA03, TSKeNnas rmnepamMoHm-
eMus, OTCYTCTBME OTBETA Ha Tepanuio (YypOBEHb aMMOHUS
B KpoBM npeBbilwaer 600 MKMONb/N), KOMa, TSKenble
3NEKTPONIUTHbIE HapyweHus. PelueHne o npoBeaeHuu
remMoauann3da [JO/KHO MPUHUMATbCS COBMECTHO C AeT-
CKMMMW Hedponoramnm — cneumanuctamu no Auanuay.
AnbTEPHATMBHOM reMoanannay aBaseTcs BEHOBEHO3Has
reMopunbTpaLma U NepUTOHEasbHbIV Ananua.

® L-KapHUTUH (NepopanbHO MW BHYTPMBEHHO) Ha3Ha4YaeT-
Csl C Lenblo CBA3bIBAHWUS U Ae3aKTuBauuu NPONUOHWUI-
KoA n metunmanonun-KoA ¢ o6paszoBaHMeM MNpPOMnuo-
HUIKapPHUTUHA M METUIMaNOHUNKApPHUTUHA, a TaKkKe
[N CHUXEHUS KOHUEHTPaLMKW MPONMOHOBOM U METUN-
ManoHOBOW OPraHMYeCcKMX KUCNOT B KpoBu. Kpome Toro,
YPOBEHb CBOOGOAHbLIX KAapHUTMHOB HU3KUK npu MMA
BCNeACTBME MOBbIWEHHOW 3cTepuduKkaumm (3dmpoob-
pa3oBaHUs) MeTabO0/MTOB OPraHUYEeCKUX KUCAOT, Npu
KOTOpPOW pacxogyeTtcs 60/blli0e KONMYECTBO KapHUTUHOB
opraHuama. XoTs Lenecoobpa3HOCTb AOMOAHUTENbHO-
ro npuema L-KapHWTMHa B paMKax NoafaepuBalollen
Tepanun MMA ocTaeTtca AMCKyTabenbHOW, Npu OCTPOM
Kpnse MMA 30PEeKTUBHOCTb KapHUTMHOB [OKa3aHa
B pSAe KIMHUYECKUX MNMPUMEPOB. L-KapHWTUH AOMKEH
BBOAUTLCSA BHYTPUBEHHO KanenbHo Ha 10% pacTtBope
rntoko3bl B go3e 100 mMr Ha Kunorpamm Maccbl Tena
B CYTKM Kaxkable 8—12 4 (MakcMManbHasa fo3a B AeHb —
5 r/cyr). Mpw ynyyweHnn obLwero COCTOSAHUSA, BO3MOXHO-
CTW NepopasnbHOro npuemMa L-KapHUTUH BBOAMUTCS Yepes3
poT B Ago3e 100 mMr Ha KuiorpaMmm Maccbl Tefia B CyTKU
Kaxkable 8—12 u.

° AHTuGaKTepmasbHas Tepanus. KuweyHas MWKPOOMO-
Ta — 3HayuTeNbHbIM UCTOYHUK MPOMMUOHOBOW KMUCIO-
Tbl. dpagvKauMoHHas NPOTUBOMMKPOOHAA Tepanus
KOPOTKMMU WMHTEPMUTTUPYIOLLMMW Kypcamu npenapa-
TOB (MeTpoHuaason, Anbda HOPMUKC M Ap.) cnocobHa
CHU3WUTb YPOBEHb MPOMWOHOBOM KMUCMOThbI, HarpysKy
METUIMaNoOHOBOM KUCNOTOM W YCKOPUTb BbiBeAeHue
13 Kpnsa MMA.

YcTpaHeHue npeapacnonaraloumx pa3suTtuio

Kpu3sa paKTopoB

OcTpas meTabonuyeckas AeKoMMneHcauus y naumeHToB
¢ MMA noytu Bcerga npoBouMpyeTcs npeapacrnonarato-



LWMMK CTPECCOPHbIMU daKTopaMu, TaKUMKU KaK MHPEKLMK,
TpaBMbl, XUPYpruyeckue BMellaTeNbCTBa, rOpMOHasbHble
M3MEHEHUA, 3Ha4YUTENIbHblE U3MEHEHWs B [aueTe (B 0CO-
6EeHHOCTM BbICOKOE nocTyrnieHne 6enkos). Bcerga kpaiHe
BaYXHO YCTaHOBUTb, H4TO CNPOBOLMPOBAo pa3BuUTHeE MeTabo-
JINYECKOro KpU3a, MOCKOJIbKY YCTPaHeHWe NpoBOLUpPYIOLLErO
daKTopa cnocobHO 06NerymTb NeYeHHe.

B cnyvyae nHbeKunn ob693atenbHON ABNSETCH aHTMOKUO-
TUKOTepanug € Y4eTOM 4yBCTBUTENbHOCTM BO36yAUTENS.
Bo n3bexaHune pa3BUTUA OCTPOro MeTabosIM4ECKOro Kpusa
NpPW BbIMOJHEHUW XMPYPrUYECKOTO BMELIATENbCTBA OCYLLECT-
B/ISIETCH ONTUMaJlbHbIA MPUEM XWUOKOCTU [0 W Mocne one-
pauuu, KynuposaHue 6071eBOro CMHAPOMA; He JoMnycKaeTcs
ANVTENbHOE ronofjaHue.

CneunanuanpoBaHHas AneTa AOMKHa ObiTb CKOPPUTMPO-
BaHa B COOTBETCTBUU C rOPMOHasbHbIM CTaTyCOM 60/IbHOIO
(Hanpumep, B nybepraTHOM Nepuoae, Npu CKaykax pocTta,
MeHapxe 1 3a60neBaHUAX LMTOBUAHOW XKenesbl).

Mpuem KodpakTopa — BUTamuHa B,

MapoKcukobanaMuH (BUTaMuH By,) 1 Mr BHYTPUMBbILLIEY-
HO Ha3Ha4aeTcs B C/lyYae BUTAMUHYYBCTBUTENbHOW GOPMbI
aednumnta depmenta (50% cnydvaes MMA). YHyBcTBUTENb-
HOCTb K BUTaMUHY B, B c/lydae NoATBEPXKAEHHOIO AMarHo3a
W ONUTENIbHOrO0 aHaMHe3a poauTeNiaM OO6bIYHO W3BecTHa.
YnydlleHne COCTOSIHUSA BC/IEACTBME MOBbIWEHUS aKTUBHO-
CTW KOGaNaMWHYyBCTBUTENbHbLIX GEPMEHTOB MOL AEWCTBU-
eM ex uvantibus BBefeHHOro KodaKkTtopa CBUAETENLCTBYET
0 HaM4mKn HYyBCTBUTENIbHOCTHU.

K/IMHUYECKHUE OCJ/I0XKHEHMUSA OCTPOIo
METABOJIMMECKOIO KPU3A MMA

e OcTpbiti NaHKpeaTT. HaCTOPOXKEHHOCTb MO MOBOAY 3TO-
rO OC/IOXHEHUSA TpebyeT U3MEPEHUs NaHKpeaTUyecKou
amunasbl U 1unasbl B AMHaAMUKe. [Ipu3HakaMu OCTporo
naHkpeaTtuta ABNAIOTCA pPBOTa, 60Nb B XMBOTE, HEBO3-
MOHOCTb YCBauBaTb MuLLy.

®  UHcynbT (B 4aCTHOCTU, C BOBNEYEHWEM 6a3albHbIX raHmun-
eB). MauneHTbl ¢ oTpULATENBHOM HEBPONOTMYECKOW ANHA-
MWKOW BO BpeMsi MeTabonuyeckoro kpusa MMA gonmxk-
Hbl 6bITb HEMEA/IEHHO OCMOTPEHbI HEBPOOrOM C LE/bio
UCKMOYEHMA MHCynbTa. KomnbloTepHass M MarHWTHO-
pe3oHaHcHas ToMorpadus rosioBHOMO MO3ra [OJXKHbI
BbIMNOMHATLCA MPU MOSBIEHUN HOBOW HEBPOIOrMYECKOM
CUMMNTOMATUKU U HaNIMYUU PUCKa WHCynbTa. M3meHeHus
B 6GaszalibHblX raHrnusax, 0CO6eHHO B 6/iegHOM LWape
(globus pallidus), xapakTtepHbl a9 MMA 1 HasbiBaloTCH
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NEPHOJ PEKOHBAJIECLLEHLIUX

CnepyetT BO3[epXaTbCA OT 3HTEpPaNbHOro MUTaHUA
[0 YNy4lEHUA HEBPONOrMYECKOro cratyca 6obHoro. lMNepo-
panbHbIM MPUEM MULLM MPU COXPaAHEHWWU TOLIHOTLI/PBOTHI,
OTCYTCTBMM anneTuta KpavHe HexenateneH. CTouT paccmo-
TpeTb BapuaHT NepopanbHOro NMUTaHWS WK NUTaHUS Yepes
HaszoracTpasbHbi 30HA4 B CinydYae, eciu y nauueHTa OoTCyT-
CTBYIOT CEPbE3HbIE HEBPONOIrMYECKUE HAPYLLEHNS.

KnnHnyeckne ykasaHus no BegeHuto 60bHbIXx ¢ MMA
BO BHEKPU3OBOM Mepuoje, B TOM 4uUCle AUETUYECKUe
pekoMeHaaluun, pas3MelleHbl Ha canTe MeAULUHCKUX
reHeTnkoB: http://www.med-gen.ru/docs/methylmalonic-
acidemia.pdf
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