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CraTbsi NOCBSIlEHa aKTyabHON nNpobaeme neguaTpmum — ANarHOCTUKE MU Ie4EHUIO ayTOCOMHO-PELIECCUBHOIro 3abo/1eBaHus
M3 rpynnbl OpraHU4ecKkux auymaemMmmuii — MeTUIMaloHOBOM aungemmn. HecMoTps Ha AOCTUIHYTbIE yCcriexu B AMarHOCTUKe
3a60/1eBaHunsl, OCHOBaHHbIE Ha MOJIEKY/IIPHO-FreHETUHECKMX UCCEA0BaHUSIX, @ TaKKe pacLuMpsIoLLmMiCcs apceHan Tepanes-
TUYECKUX M HYTPUTUBHbIX MHCTPYMEHTOB, PE3Yy/IbTaTbl IEYEHUS AETEH OCTalTCA HeyTelnTeIbHbIMK. MeTabom4yecKne Kpu3bl
Y NaLUMeHTOB C PaccTpoNCTBOM 0BOMEHa OPraHMYECKUX KMCO0T CONPOBOXAAIOTCS TSXKEbIM MOPArKEHNEM LIEHTPaIbHOM HEPB-
HOM CUCTEMbI U aCCOLIMMPYHOTCS C BbICOKMM YPOBHEM 1€TasIbHOCTH, focTurast 50% n 6os1ee B 3aBUCUMOCTH OT FEHETUYECKOIro
riogBapuaHTa 3abosieBaHus. PasaButne MeTabo/IM4ECKOro Kpuaa TpebyeT HEOTI0KHON MEANLMHCKOM NOMOLLM, BKIKOYaKoLLEN
LUMPOKMI CMIEKTP TepaneBTUYECKMX OAX0A0B, PEKOMEHAaLMN M0 HyTPUTUBHOM NOAAEPIKKE, MCNOTIb30BaHNE 3aMECTUTETb-
HbIX MOYEYHbIX TEXHOIOMMH. B paboTe npeacTaBieHbl COBPEMEHHbIE AaHHbIE 10 NaToPU3N0I0rMn, KITMHUKO-1ab0paTopHOHU
XapaKkTepucTuke 3aboneBaHus U METaboJIMYECKOro Kpu3a, a TaKXe NPOTOKOJ1 BeAEHMS OCTPOro rnpuctyna (Kpusa) MeTus-
MaJIoOHOBOM auymaemMuu, 3HaHMe KOTOPOro rno3Bo/ISET JOOUTLCS CyLECTBEHHOIO MOBbILEHUS OKa3aTeei BbiXKMBaeMOCTH
naymMeHToB AaHHOM rpynnbl.

KnroyeBblie cnoBa: MeTUIMaIOHOBas aumaemms, MeTaboIM4eCKUil KpU3, AMarHoCTUKa, CUMMATOMbI, Ie4eHne, AETH.

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

BBEEHMUE

MeTtabonuyeckue Kpusbl y [eTen ¢ paccTponcTsamu
06MeHa OpraHU4YeCKUX KUCOT MOTYT NMPUBECTU K TAXENOMY
NMOpPaXeHWIO LIEeHTpasIbHOM HEPBHOM CUCTEMbBI UKW K CMEP-
TW, NO3TOMY TPEOYIOT HEOTNIOXHOW MELULIMHCKOW MOMO-
wu [1, 2]. MNpeactaBneHHbI MPOTOKON OTHOCUTCS TOSIbKO
K METUIMA/IOHOBOW aLMAEMUU U JOSIKEH NPUMEHATHCH NOS4
HabnogeHem (XoTa Obl 3a04HbIM) crneuunanucra no meta-
60/IMYECKON NaToNornn y fetemn.

MetunmanoHoBas auuaemus (MMA) — ayTOCOMHO-
peueccMBHOE HacneacTBeHHOe 3abofieBaHWe M3 rpyn-
Nbl OpPraHW4YecKux auuaemuin, obycnoBneHHoe aeduuu-
TOM aKTUBHOCTU MUTOXOHApUanbHon B,,-3aBUCUMON
MeTunManoHun-KoA-mytasbl — pepmeHTa, KOTOpbIv NpensaT-
CTBYET MpeBpaLLEHUI0 METUIMANIOHOBOM-KOA B CYKLMHUIA-
KoA. K neduuunty akTMBHOCTU pepMeHTa MOXKET NPUBOANUTb
KaK aedeKT caMmoro dbepmeHTa, Tak U BTOPUYHbIN AedUumT
ero Kodakrtopa — BUTaMUHa B,, (Ko6anamuHa).
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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®U3UOJIOIUA

MeTabonnyeckum npeawecTBEHHUKOM MeTUIMaloHOo-
BOro-KoA sasnsietcs nponnoHun-KoA, KOTopbiM B CBOKO O4e-
peab SBASETCA NPOAYKTOM pacnafa YeTblpex He3aMeHUMbIX
aMWHOKWCIIOT: U30NenLnHa, BalMHa, METUOHUHA, TPEOHUHA,
a TaKe Jerpajaumn XUPHbIX KUCIOT C HEYETHbIM YWUCIIOM
aTOMOB yrnepoja B MOJieKkyne u xonectepuHa. Kata6onuam
3TUX NPEALIECTBEHHUKOB NPUBOAMUT K HAKOMAEHWIO MPONMo-
HaTOB (MeTUIManoHoBOro-KoA ¢ NpoMeXyTo4HbIM 06pa3o-
BaHWeM nponuoHun-KoA).

HapylweHnss BHYTPUKIETOYHOro meTabonuama Kobana-
MWHa (BWUTaMWHa Bj,) — cblA-, cbIB-, cbIC-, cbID-, cblF-
aednunt — Bbi3biBatloT MMA. OcTtpble npuctynbl MMA BbI3bl-
BatoT cblA-, cbIB-geduuunthbl; cblC-, cblD-, cblF-geduunthl,
Kpome MMA, cnoco6CTBYIOT MOBLILWEHWIO YPOBHSA TOMOLM-
CTEUHA M CHUXKEHWMIO YPOBHSA METUOHMHA M PeKOo NpoTeKatoT
B OCTpov Gpopme, Bbi3biBasi XxapaKTepHble Kpusbl [3, 4].

Mpn MMA ocTpble 3aboneBaHus (Hanpumep, nepuHa-
TanbHbIN CTpecc, MHPEeKUMUs, TpaBma, onepauuoHHoe Bme-
lWaTenbCTBO) MW YPE3MEPHbIV MpPUEeM BHYTPb OGEKOBbIX
NPOAYKTOB CNOCOOHbI BbI3BaTb TaK Ha3blBaeMbl KaTabonu-
YECKMI CTPecc, KOTOPbIK MPOSABASETCS MOBbIWEHWEM KOH-
LleHTpauun B KPOBM aMWHOKMCIOT (M30M1IEMLMHA, BaiuHa,
METUOHWHA, TPEOHWHA) U NMPONMMOHOBOM KWUCNOTbI: HaKomne-
HWE METUIMaNOHOBOMW KWUCOTbl BbI3blBAET TSKENbIN MeTa-
60MMYECKMI aLMao3 BCaeacTBUE 06pa30BaHUA KETOHOBbLIX
Ten M HaKOMIEHWUS OpPraHU4YeCKUX KWUCOT, TMMNOrUKEMUIO
n runepaMmmonuemuio [3].

Ana MMA xapaKTepHo crejytoujee covyetaHue aabopa-
TOPHbIX MOKa3aTesneun:
°* MeTabOo/IMYECKMI aLMa03 C aHUOHHOM Pa3HULEN;
®  KeToHypus;

°  TUNOMMMNKEMUS;
° rMnepamMoHUEMMUS;
°  rUNepravuuHemus.

MMEHHO OCTpbIM KeToaunao3, rMnepaMmMoHUeMunst, rmno-
rMMKEMUS 06YCNOBNIMBAIOT pPa3BUTUE COHIMBOCTM, 3aTop-
MOXEHHOCTU, COMOPO3HOro COCTOAHMUSA y pebeHKa BO Bpe-
mMs octporo npuctyna MMA. KeToauuao3 TakKe Bbl3biBaeT
TOWHOTY, PBOTY. AKTMBAUMSA CBOOOAHbIX XWPHbIX KWUCNOT
M3 MPOBbIX OTNIOXKEHUIM CNOCOBCTBYET MMPOBOMY renarto-
3y. JautenbHble MeTabofiMyecKMe HapylweHus MpuBOAAT
K YrHETEHWIO KOCTHOrO MO3ra W, Kak pes3ysbTaT, pas3BuTuio
HEeNTPOMEHUN.

K/IMHUYECKOE TEYEHME

KnuHnveckue npossieHns Kpusa:
* netaprug, U3MeHeHHoe NCMXM4eckoe COCTOAHUE,
* TOWHOTa, pBOTA;
* renatomeranus.

JlabopaTopHble NPOosSIBAEHUS KpH3a:
®  TUNOTNIUKEMMUS;

* MeTaboNMyecK1in aunios;
°  rMNnepamMmMOHUEMMUS.

CywecTByeT Ba TMNa KPU30B B 3aBUCUMOCTHU OT TsKe-
CTW reHeTnyeckoro aedeKkra. HeoHaTanbHas ¢opma npo-
ABNIAETCS B NEPBbIE€ CYTKU KUBHU, HOCUT HKU3HEYTPOXKAIOLLIMI
XapaKTep C TSKENbIM HapylleHneM co3HaHus. KnMHnyecKas
KapTMHa HarnoMWHAEeT TeYeHWe TAXKEeNOoro HeoHaTalbHOro

cencuca. MnageH4yeckas (MHbaHTUABHANA) dopma nim dop-
Ma € No34HWUM Ha4vyanoM pa3BMUBaAIOTCS NOCTENEHHO [5]: oTmMe-
YyaeTcs 3adepKKa B MCUXOMOTOPHOM Pa3BMTUM, MpubGaBKe
Maccbl Tena; UMelT MECTO pPas3fiMyHble HEBPOOrnyecKme
HapyLWweHUsl, TakMe KaK Cyaoporu u cnactuyHocTb. OCTpbIn
Kpu3 MMA HacTynaet, Kak npaBuio, BHe3amnHo nocse Karta-
60/1M4ecKoro crtpecca (06bl4HO UHPEKLMK C NTUXOPaAKON).

Poaoutenn peten ¢ metabonnyeckumn 3aboneBaHUSIMMU
(B TOM yncne MMA) 0693aHbl 3HaTb NPOABIEHUSA AEKOMMEH-
caumu. BaxkHo 4yBCTBOBaTb M yMETb NMOHWMATb COCTOSIHWE
3[10pOBbs CBOEro pebeHKa.

HezameanutenbHbie mepornpusatus npu MMA:

° [aTb peGeHKy caxap ANS NOBbIEHNS YPOBHS MHOKO3bl
B KPOBY;

® OUEHWTb BWTaNbHble GYHKLUWW OpraHnama, CepaedHo-
COCYANCTYIO AEATENBHOCT;

° 06ecneynTb ONTUMaANbHOE NOCTYMNEHNE KUAKOCTH;

®  OUEHWTb pa3Mepbl NEYEHH;

®  OLEHWTb HEBPONIOrMYECKUI CTaTyC, MCKIOUYMTb MPU3HAKK
HapacTaHWa BHYTPUYEPEMNHOro AaBNeHuMs.

AUATHOCTUKA
JlaGopaTopHasa guarHocTtuKa octTporo kpusa MMA
AHa/In3bl KPOBMU:

®  KWCNOTHO-LLEN0YHOE COCTOsIHUE (ra3dbl KpoBwM, pH, anek-
TPOSINTbI, FMOKO3a);

® aMMOHWKN (BaXHO OTMETUTb, YTO 3abBOpP KPOBU HEOOXO-
AMMO BbINONHATL 6€3 MCMONb30BaHUS XryTa — KpPOBb
[ONXKHa cBOOGOAHO BbITEKATb U3 BEHbI; MPOBMPKA AO/IKHA
6blTb 06/710XKEHa NbAOM W AOCTaB/ieHa B NabopaTopuio
He3aMeauTeNbHO);

° acnaprtaT-/anaHMHaMuHoOTpaHcdepasa, uenoyHaa doc-
daTtaza, NpoTpoMOGMHOBOE BpPEMS, aKTUBUPOBAHHOE
YacTMYHOE TPOMBOMNNACTUHOBOE BPEMS U MEXAYHapoa-
HOE HOPMa/IM30BaHHOE OTHOLLEHWE;

° MaHKpeaTUyecKas amunasa, nunasa;

° noKasatenu GyHKUMK NoYeEK (KpeaTUHUH, MOYEBUHA);

° TaHAEMHas Macc-CNEKTPOMETPUS KPOBM (@MUHOKMCIOTbI
W KapHUTMHOBBIN CTaTyC);

e 00WMM aHanM3 KPOBU C JIENKoUMUTapHOW GOpMyon,
TpombouuTamu;

°®  MWKPOBMONOrMYECKUIM NOCEB KPOBMU.

AHan3bl MOYM:
® aHanM3 MO4M (yaenbHbl BEC, KETOHbI);
® AaMMWHOKMCI/IOTHbINA COCTaB MOYMK;
°* 0 MNOKa3aHWAM MMUKPOGMONOrMyeckoe uccneagoBaHue

MOYM.

CnepnyeTt OTMETUTb, YTO OpraHU4YeCcKMe KMCAOTbl U aMMO-
HWIM TOKCMYHbI 4151 TONIOBHOIO MO3ra, UX HaKoMAEeHNe MOXKeT
Bbl3BaTb OTEK MOCAEeAHEro, YTo HE06X0AMMO Y4UTbIBATL NPU
BbIMOMAHEHNUW CIMHHOMO3IOBOW NMYHKLMK.

JIEYEHUE
OCHOBHbIE MEPOMNPUATUS:

° MpeKkpaTuTb NpMem 6eNKOBbIX NPOLYKTOB;

* 06ecneynTb NOCTYNAEHME KNLKOCTU CO CMECHIO U HYXKHO-
ro KONM4yecTBa Kanopuu;

°  KOoppeKumst BUOXMMUYECKUX HaPYLLIEHWN;
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® BblBeAeHME TOKCUYHbIX METabONNTOB;

® yCTpaHeHWe NPoBOLMPYIOLWNX GaKTOPOB;
° npuem KopaKTopoB (BMTaMuHa By,);

° npeaoTBpaLLeHUE OC/TIOKHEHUN.

Bo Bpemsi meTabonuyeckoro kpuza MMA nocTtynieHue
BCeX 6e/IKOB [0/IKHO ObITb NPeKpaLleHo Ha 48—72 4. B nepu-
0f pPEKOHBanecLeHuMn 6enKoBas Harpy3ka BBOAMTCSA NocTe-
NeHHO B BWAE MapeHTepasbHOro NUTaHWs WM/WaM ¢ NoMo-
WblO Cneunann3mpoBaHHbIX CMECeN, KoTopble He coaepar
METUOHWH, TPEOHWH, BauH.

BBeaeHue 4OCTaTOYHOro 06bemMa XUAKOCTHU

U Kanopuu

Bo Bpems meTtabonnyeckoro kpuza MMA naumeHTbl Hy»K-
natoTcs B 60/1blIOM 06beME BHYTPUBEHHbIX MHPY3UI (Yepes
nepnudepuyecKknun MNM LEHTPanbHbIM BEHO3HbIM AOCTYM)
C Lenblo permapataumm n o6ecneyeHns HopmasabHOro Kano-
paxa. MHPy3noHHble cpeabl BKItoYatoT 10% pactBop rto-
KO3bl C HOpMasibHbIM cogepxKaHuem aneKktponuTos (0,9 nnn
0,45% pactBopa xnopuia HaTpus), ¢ JoOGaBNEHNEM Kanus,
npeBbIWaWmMM B nontopa pasa GpU3MONOrMYECKyo CyTou-
Hyl0 NOTPEBHOCTb NpPU ageKkBaTHOM anypese. MHDy3MoHHas
Tepanus AO/MKHa MPOBOAMUTLCS 4O HOpManu3auuu BOAHO-
ANEKTPONUTHOrO 6anaHca.

Bce nauuneHTbl ¢ ocTpbiM MeTabonmyeckum Kpnzom MMA
[OMKHbI MONy4yaTb BbICOKOKANOPHUIHYIO ANETY A0 AOCTUKEHMUS
aHabonMyecKoro cocTtosiHuA. Katabonnyeckoe COCTOsIHUE,
KOTOpPO€E MPOBOLMPYETCS BbIEYNOMSAHYTbIMU CTPECCOBbLIMM
daKTopamMn, MOXKET yCyrybnatb CylecTByloLlmne metabonmye-
CKMe HapyleHusl, NPoBOLMPOBaTb yXyaleHne meTabonunye-
CKOro aunaosa, Ketosa, runepaMmMoHneMumn. BHyTpMBeHHOe
BBEEHMNE KMPOBLIX 3MYNbCUIN (LLenecoobpas3Ho MCMNob30-
BaTb LLleHTPasibHbIM BEHO3HbIM OCTYN) AOSIXKHO 06ecrneymBatb
BbICOKMIN Kanopax. benkn B nuTtaHuMe AO0MKHbI BBOAWUTHLCHA
NOCTEMNEHHO B 3aBMCMMOCTH OT CMIOCOBHOCTH K UX YCBOEHMUIO,
a TaKKe KIMHUYECKOM KapTWHbl, MCMXOHEBPOIOrMYECKOro
cratyca, 1abopaTopHbIX UBMEHEHUIM U MOJIOKUTENBHON ANHA-
MUKW 3a6oneBaHus.

Tepanusa cneunann3MpoBaHHbIM AETCKUM AUETUYECKUM
(ne4yebHbIM) MUTAHUEM CMECHIO aMUHOKMCIIOT MOXKET Cyllle-
CTBEHHO YNYYLMUTb COCTOSAHWE pebeHKa, CHU3UTb TAXKECTb
KNMHUYECKMNX NPOSIBNEHMI. HadHayeHne JaHHOro NUTaHus
[OMKHO OCYLLEeCTBNATbCS NoA HabMtoAEHUEM HYTPULIMONO-
ra, y KOTOpOro ectb OnbIT NPoOBeAeHUss MeTabon4ecKom
Tepanuun. HasHayeHne cneunannM3npoBaHHOIO MUTaHUSA
6€e3 «0nacHbIX» aMUHOKUCNOT (M30enLUmMHa, BalnHa, TPeo-
HWHA, METUOHMHA) B Hayane MeTabo/M4yecKoro Kpusa
CMoco6HO He TOMbKO CTUMYNMpPOBaTb Npouecc aHaboIns-
Ma, HO W MPeaoTBPaTUTb 3HAYUTENbHYIO MOTEPID Macchl
Tena. MNpu 3Ha4YUTENbHbBIX HEBPONOrMYECKUX HapYLIEHUSAX,
pUCKe acnupauuu MNocTynaeHUe aMWHOKWUCAOTHbIX Cme-
cel [OOMKHO OCYLWECTBAATbCA 4Yepe3 Hal3oracTtpasibHblii
30H4.

o  Koppekumnss mMeTabosiM4ecKoro aimgosa: MealeHHas
KOpPPEKLMSA C MOMOLbIO pernapataumm u yBeanyeHus
NOCTYyrJIEHUS Kanopui. Bonpoc o HasHavyeHun OGuKap-
6GoHaTa HaTpus Yepes PoT MKW MapeHTepanbHO AOMKEH
OblTb PACCMOTPEH B 3aBUCMMOCTHK OT KJIMHWUYECKOW Kap-
TWHbI, @ TaKXe ecnu ypoBeHb OWKapOOHATOB MeHee
15 mmonb/n.

°  KoppeKuus rmnornmKkemMmu: eCnmn ypoBeHb MMOKO3bl B KPO-
BU HUXKe 2,6 Mmonb/n, cnegyet BBect 5—-10 mn/Kr 10%
p-pa rMoKO3bl BHYTPUBEHHO 60MtOCHO (MM 1—2 ma/Kr
50% p-pa rMoKo3bl, Unn 2—4 mna/Kr 25% p-pa rnoKo3sbl).
CpeaHasa ckopocTb 7—10 MI CyxOW [IOKO3bl Ha KWAO-
rpaMM Maccbl Tena B MUHYTY NO3BONSET NOAAEPKMBATL
HopMoOrnMKeMuio. MoTpebHOCTb B MHCYIMHE BO3HWKAET
y OTAENbHbIX AETEN U KOPPEKTUPYETCS BBEAEHNEM KOPOT-
KUX MHCYNMHOB B pacTBope rmioko3bl (1 Eq Ha 4 1 cyxon
rNIOKO3bl).

° [MnepaMMOHMEMMUS: €CNN YPOBEHb aMMOHMS B KPOBU
CWNbHO MOBbLIWEH, CYWECTBYIOT ABa MOAXOAA K KOPPEK-
LMW — MeAUKaMEeHTO3HbIM KOHCEPBATUBHLIM U NpoBeae-
HWe remoananunaa.

BbiBeeHMUe TOKCUYHbIX MEeTa6o/IUuTOB

* [emogmnanmns. NokasaHMEM ABNSIOTCA TPYAHO KOPPUTUPY-
€eMbIl METABONMYECKMIM aLMa03, TaxKenas runepamMmMoHu-
eMus, OTCYTCTBME OTBETA Ha Tepanuio (YpOBEHb aMMOHUS
B KpoBM npeBblilwaetr 600 MKMoNb/N), KOMa, TAXKenble
3NIEKTPONIUTHbIE HapylleHus. PelleHne O npoBeaeHuu
remoavanu3a [LOIKHO MPUHMMATbCA COBMECTHO C AET-
CKMMK Hedponoramm — crneuunannuctamm no Auanuay.
AnbTepHaTUBHOM remoananuay SBAseTcs BeHOBEHO3Has
remodunbTpaLms U NnepuToHeasbHbIM gnanuns.

e [ -KapHUTUH (NepopanbHO WKW BHYTPUBEHHO) HAa3HavaeT-
CSl C Llefbl0 CBAI3bIBAHUS M Ae3aKTMBaLMKU MPOMUOHMA-
KoA n metunmanoHun-KoA ¢ obpasoBaHMEM MPOMNUO-
HUKAPHUTUHA WM METUIMANOHWIKAPHUTUHA, a TakXke
ONS CHWXKEHWS KOHLEHTPaLWMWM MPOMUMOHOBOM WM METUN-
MaJIOHOBOWM OpraHn4YeCKMX KMCNoT B KpoBK. Kpome Toro,
YPOBEHb CBOOOAHbLIX KApHUTUMHOB HU3KMK npu MMA
BCNeACTBME MNOBbIWEHHON acTepudunKaummn (3dmpoodb-
pa3oBaHus) MeTaboIMTOB OpPraHUYeCcKUX KWUCNOT, Mpwu
KOTOpOW pacxoayetcs 60/blIoe KOIMYECTBO KApHUTUHOB
opraHuama. XoTsd LefiecoobpasHOCTb AOMOSHUTENbHO-
ro npuema L-KapHUTMHa B paMKax MoAAeprKuMBaloLen
Tepanun MMA ocTtaeTcsl AUCKyTabenbHOW, Mpu OCTPOM
Kpnze MMA 3bdEKTUBHOCTb KapHUTMHOB AOKa3aHa
B psiAe KIMHWYECKUX MPUMEPOB. L-KapHWUTUH [OOKEH
BBOAWUTbCA BHYTPUBEHHO KanenbHo Ha 10% pacTtBope
rnoKo3bl B go3e 100 mMr Ha Kuaorpamm maccbl Tena
B CYTKM Kaxkable 8—12 4 (MaKcMManbHas fo3a B JeHb —
5 r/cyT). Mpu ynydlweHnn obLLEro COCTOSHUS, BO3MOMXHO-
CTU NepopanbHOro npuema L-KapHWTUH BBOAMTCA Yepes
poT B Ao3e 100 mMr Ha Kuaorpamm MaccChl Tefia B CyTKM
Kaxkable 8—12 v.

o AHTMGaKTepunanbHasa Tepanus. KuweyHas MWUKPOOGUO-
Ta — 3Ha4yuTeNlbHbI# UCTOYHUK MPOMUOHOBOW KMUCIO-
Tbl. JpaanKaumoHHas NPOTUBOMMUKPOOHas Tepanwus
KOPOTKUMU MHTEPMUTTUPYIOLMMKM Kypcamu npenapa-
ToB (MeTpoHuaason, Anbda HOPMUKC M Ap.) cnocobHa
CHW3UTb YPOBEHb MPOMMOHOBOM KWUCAOTbl, HarpysKy
MEeTUIManoHOBOM KUCNOTOM W YCKOPUTb BbiBegeHue
13 Kpnsa MMA.

YcTpaHeHue npeapacnonaraiolwmx pasButuio

Kpu3sa paKTopoB

OcTpasi meTabonunyeckas AeKOMMNeHcauus y naumeHToB
¢ MMA no4ytu Bcerga npoBoOUMPYeTCHa Mpeapacnonarato-



LXMW CTPECCOPHbIMU paKTopamMu, TaKUMKU KaK MHOEKLUH,
TpaBMbl, XMPYpPruyeckue BMellaTeNbCTBa, FOPMOHasbHble
W3MEHEHUS, 3Ha4YuTe/lbHble M3MEHEHWs B agueTe (B 0OCO-
6EeHHOCTM BbICOKOe MnocTynieHne 6enkoB). Bceraa KpanHe
BaYKHO YCTaHOBUTb, 4TO CMPOBOLMPOBANO pas3BnUTHE MeTabo-
JIMYECKOro KpU3a, MOCKOJIbKY YCTPaHEeHWe NPOBOLMPYIOLLErO
daKTopa crnocobHO 06/1ErYnTb eYEHHME.

B cnyyae nHdeKuum obs3aTenbHOM ABASETCS aHTUMOMO-
TUKOTEpanus ¢ y4eToM YyBCTBUTENbHOCTM BO36yauTens.
Bo nsbexaHue pa3BUTUS OCTPOro METabOoIMYECKOro Kpmnaa
NPW BbIMOHEHWN XMPYPrMYECKOro BMeLaTeNbCTBa OCYLLECT-
BNSIETCA ONTUMalbHbIA MPUEM XKMAKOCTM 4O WM Nocne one-
paumu, KynupoBaHue 601eBOro CUMHAPOMa; He AomnycKaeTcs
ANVTEeNbHOE ronofaHue.

CneuunannanpoBaHHas gneta AomKHa 6blTb CKOPPUTMPO-
BaHa B COOTBETCTBMM C FOPMOHasbHbIM CTAaTyCOM 60/1bHOIO
(Hanpumep, B nyb6epTaTHOM nepuoge, Npu CKaykax pocTa,
MeHapxe 1M 3ab0neBaHusX WUTOBUAHOM Kenesbl).

Mpuem KodpakTopa — BUTamnHa B,

MapoKcukobanaMuH (BUTaMuH By,) 1 MIr BHYTPUMbILLIEY-
HO Ha3HayaeTcsa B ClyYyae BUTAMUHYYBCTBUTENbHOM GOPMbI
neduumnta depmerta (50% cnydsaes MMA). YyBcTBUTENb-
HOCTb K BUTaMuHy B,, B ciiy4yae NoATBEPKAEHHOMO AUarHo3a
W OAUTENbHOrO0 aHaMHe3a poauTensam 0O6bl4HO WM3BECTHa.
YnydleHne COoCTOSIHUS BCNEACTBME MOBLIWEHWUS aKTUBHO-
CTU KobGanaMWHYyBCTBUTENbHbIX GEPMEHTOB MNoj AEWUCTBU-
eM ex uvantibus BBeAeHHOro KodaKTtopa CBUAETENbCTBYET
0 HaNM4YMKU HYyBCTBUTENBHOCTH.

KIUHUYECKME OCJ/IOKHEHMUSA OCTPOIO
METABOJIMYMECKOIo KPU3A MMA

e OcTpbitt naHKpeaTuT. HaCTOPOXKEHHOCTb MO NOBOAY 3TO-
ro OCNOXHEHUS TpebyeT U3MEPEHUS NMaHKpeaTUyecKon
amunasbl U 1Mnasbl B AMHaMUKe. [Ipu3HaKkaMu OCTporo
naHkpeatuta ABASOTCA pBOTa, 601b B KMBOTE, HEBO3-
MOXHOCTb YCBanBaTb MHULLY.

®  MHcybT (B HAaCTHOCTH, C BOBNeYeHWeM 6a3anbHbIX raHMu-
eB). [TauneHTbl ¢ oTpULLaTEIbHON HEBPOIOMMYECKOM ANHA-
MWKOM BO BpeMs meTabonuyeckoro Kpnsa MMA gomx-
Hbl 6bITb HEMEAIEHHO OCMOTPEHbI HEBPOOIOM C LE/bIo
WUCKOYEHUS WMHCyNbTa. KomnbloTepHas M MarHuWTHO-
pe3oHaHcHas ToMorpadusi rofloBHOrO MO3ra AOJKHbI
BbINOAHATLCSA MPU MOABAEHUU HOBOW HEBPOSOrMYECKOM
CUMMNTOMATUKKU U HaNMYMUK PUCKa WHCynbTa. M3MeHeHus
B 6asalfibHblX raHrusax, oco6eHHO B 65edHOM Lape
(globus pallidus), xapaktepHbl ang MMA © Ha3blBatloTCA
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KOHTPO/Ib KIMHNYECKNX NapaMeTpPOoB:

® HEeBpOJIOrMYECKUM CTaTyC;

° [Ouypes, Macca Tena;

° remocTas;

®  CUMMNTOMbl MHOEKLMK (B C/ly4ae HENTPONEHUN);

® KOHTPOJSIb MPU3HAKOB/CMMMNTOMOB MO4YE€4YHOM He[ocTa-
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(ocobeHHo npu cbIC-gedunuuTte).

KOHTpO/1b 6BMOXUMMYECKUX NapamMeTPOB:
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®  KIMHWYECKMI aHann3 KpoBM;
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® KEeTOHbl MOYM, yaefbHasa NNOTHOCTb.

NEPUOJ PEKOHBAJIECLLEHLIUU

CnegyeT BO3fepKaTbCA OT 3JHTEPANbHOro MUTaHUSA
[10 yny4leHUs HEBPOOrMYECKOro cTtaTyca 60nbHoro. Mepo-
panbHbIM NPUMEM MULLM MPU COXPaAHEHWW TOLIHOTLI/PBOTHI,
OTCYTCTBUM anmneTuTa KpanHe HexenateneH. CTouT paccMmo-
TpeTb BapuaHT NepopanbHOro NMUTaHWS WAKM NUTaHWS Yepes
HazoracTpasbHbl 30HA B CAy4ae, eCiu y nauueHTa OTCyT-
CTBYIOT CEPbE3HbIE HEBPONOTMYECKNE HaPYLLEHUS.

KnuHunyeckne ykazaHua no BegeHuto 60nbHbIx ¢ MMA
BO BHEKPU30OBOM Mepuoge, B TOM 4YuUcie AMETUYECKMHe
pekoMeHaaumMn, pas3melleHbl Ha canTe MeaMLMHCKUX
reHetnkoB: http://www.med-gen.ru/docs/methylmalonic-
acidemia.pdf

KOH®JIUKT UHTEPECOB

ABTOpPbI AJaHHOM CTaTbW NOATBEPAWIM OTCYTCTBUE DUHAH-
COBOM NOAAEPKKN/KOHDNMKTa MHTEPECOB, KOTOPbIN HEOBXO-
aMmo o6HapoaoBaTth.
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