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PEDEPAT

B cTtaTbe onvcaHbl KNMMHUYECKNe NPOSIBAEHMS METUAIMANOHOBOM aumaemun (MMA) ¢ TyBynonHTepcTmLmanbHbIM HePPUTOM Y
[BOVX CUOCOB N3 OLHOM CEMbU. XapaKTepHbIe MPU3HAKW: OTBPALLEHNE K 6esKy (TOLIHOTa Ha 3anax KUMSLLEro Msica), MOBTOPSIo-
LLIMECs NPUCTYMbI FOSIOBHOM 6011, aHOPEKCUN, PBOTbI, 3PUTENBHBIX U CYXOBbIX FIIOLMHALNIA, CYyA0POr, rMnepaMMOHUEMIMN,
NOBbILLIEHVE METUIMAIOHOBOM KUCNOThI B MoYe. OBCYXAEeHbI Tepanus U UCXOL.

KnioueBble cnoea: MeTunManoHoBas aumuaemMus, TyoynonHTepCcTuLUmManbHblil HeQPUT, OEeTU.

ABSTRACT

This article describes clinical manifestations of methylmalonic acidemia (MMA) with tubulointerstitial nephritis in two siblings from
the same family. Typical signs are: an aversion to the protein (nausea at the smell of boiling meat), recurrent attacks of headache,
anorexia, vomiting, visual and auditory hallucinations, convulsions, hyperammonemia, increase of methylmalonic acid in urine.

Discussed therapy and outcome.

Key words: methylmalonic acidemia, tubulointerstitial nephritis, children.

BBEAEHUE

MetunmanoHoBas anuaemust/atunypust (MMA) —
9TO BPOXJEGHHOE HapylieHHe 0OMeHa BEIIEeCTB C
ayTOCOMHO-PEIIeCCUBHBIM THIIOM Hacliel0BaHus,
KOTOpO€ OTHOCHUTCSA K OPraHWYECKUM alUAEeMUsIM U
nMeeT MONMUMOP(HYIO KapTUHY KIMHUYECKHX IMpPO-
sieiieHui [ 1]. 3aboneBanue sBIsiETCS pe3yIBTaTOM MY-
Tanuu B caenytonmx resax: MUT, MMAA, MMAB,
MMADHC u MCEE. B 60% crny4aeB MeTUIMAaNIo-
HOBasl allMJeMHs BOSHUKAET B pe3ysibTaTe MyTalllui B
reHe MUT. J[aHHBII T€H KOAUPYET MUTOXOHAPUAIIb-
HBII hepMeHT MeTrIManonmit-KoA-MyTasy, KOTOPBIit
npeoopa3syet MmetuimanoHmi-KoA B cykimauni-KoA ¢
ydacTuem Butamuna B | B kauecTse ko-pepmenra [1].

B rene MUT BoisiBieno 2 tumna mytanuid: 1) (mut 0)
MTOJTHOCTHIO MpeKpalaeT BEIpaboTKy METHIMAJIOHNII-
KoA-myTassl, BenéT k Hanboee THKETBIM KITHHIYC-
CKHUM TPOSIBIICHHUSIM U HEOIAronpusiTHOMY POTHO3Y;
2) (mut —) MeHSIET CTPYKTYpY epMeHTa, HO HE H3Me-
HSIET €r0 aKTHBHOCTH, 00YCIIaBIMBACT BOSHUKHOBCHHUE
Oosee snerkux Gopm 3abosieBaHUs ¢ BapuaOCIIbHON
xinaukoit [1]. T'enst MMAA, MMAB 1 MMADHC
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KOJMPYIOT OeNKH, HEOOXOIUMBIE IS 00CCIICUCHHUS
AKTUBHOCTH MeTuManoHwI-KoA-myrtassl. MyTanuu,
obecrneynBaoIe BOSHUKHOBEHUE METUIMAIOHO-
BOHl anmaemun, MoryT npousoitd u B MCEE-rene,
KOTOpBIA KoAHpYyeT MeTmiIManoHmI-KoA snumepasy.
Hapymienne akTHBHOCTH JaHHOTO ()epMEHTa BEIET K
nérkuM GopMaM METHIMAIOHOBOH anuaemun. Ha-
KOTUICHHE MPOIYKTOB IPOMEKYTOYHOTO METab0IU3Ma
MeTHIMaIOHUI-KOA 00ycrnaBiuBaeT KIMHHYECKYIO
kapTuHy [1]. OCHOBHBIE TUIIBI TEHETUYECKUX MyTallui
NpeACTaBICHBI B Ta0M. 1.

Kinuandeckue mposBiIeHUs U CPOKH MaHHU(e-
CTaluu 3aBUCAT OT GopMbl MMA: nHpaHTHIbHAS,
B ,-ne3aBucumas (mut0), yacTuuHO AedULIUTHAS
umi B -3aBucumas popma (mut-), «roOpoxade-
CTBEHHas» B3poOciias M30JUPOBAHHASI METHIMAJIO-
HOBasl auuaeMus, AeuuUT MeTUIMaioHMI-KoA
snumepassl [1].

Hnpanmunvnas, B, -nesasucumas gpopma (mut
0), pepmenmamugnwiti mun, IBISETCS HanOoIEE pac-
MPOCTPaHEHHOM, MPOSBIISIOLICHCS B paHHEM BO3pacTe.
VY rpyaHbIX IeTel BO3HUKAIOT PBOTA, IETUAPATALHS 1
neraprust. [locne manudecrannu 3a6oneBanust y 00b-
HOTO Pa3BHBAIOTCS TeMaTOMEranus, SHUEPaNIOnaTHs
Y MBILLIEYHASI THIOTOHHS, TSOHKEIBIA METaOOIHMYEeCKUH
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Tabnuua 1
MeTunmanoHoBas auMgemMus: reHbl u 6a3bl gaHHbix [No 1]
HasBaHue reHa | Xpom.nokyc |HassaHue 6enka KOHKpETHbIE IOKYChI HGMD OMIM
MUT 6p12.3 MeTtunmanonun-KoA mytasa, mutoxoHapu- | ZJU-CGGM 6a3a pgaHHbix | MUT 609058
anbHas MUT homepage- Mendelian
genes
MMAA 4q931.21 MeTunmanoHoBas aunaypus 6enka tuna A, | ZJU-CGGM 6a3a pgaHHbIx | MMAA 607481
MUTOXOHOPUanbHas MMAA homepage- Mende-
lian genes
MMAB 12g24.11 COB (l) moueBas kucnota, C-gnamug ageHo- | MMAB @ LOVD MMAB 607568
3unTpaHcdepasa, MUTOXOHApUANIbHas ZJU-CGGM 6a3a gaHHbIX
MCEE 2p13.3 Metunmanonun-KoA anumepasa, MutoxoH- | MCEE @ LOVD MCEE 608419
npvansHas ZJU-CGGM 6a3a gaHHbIX
MMADHC 2g23.2 MeTunmanoHoBas aumMaypus u roMmouncTuHy- | MMADH@LOVD MMADHC | 611935
pusi 6enka Tuna D, MUTOXoHApUanbHas ZJU-CGGM 6a3a gaHHbIX

KETOaIU103, KETOHYPHsI, TUIIEPAMMOHUEMUS U THITEP-
mnuHeMus [ 1, 2].

Yacmuuno depuyumnas unu B, -3a6ucumasn gpopma
(mut —) pepmenmamusnwiii mun— CBLA, CBLB pexe,
CBLD —npomexxyTouHas popmMa H30TMPOBAHHON Me-
THUJIMAJIOHOBO# allUAeMHUH, KOTOpas MaHU(ECTUPYET B
[IEPBbIC MECSIIbI UITH TOBI )KU3HU. Y IeTCH BO3HUKAIOT
npo0JIeMbl ¢ KOPMJICHUEM (TUITUYHBI aHOPEKCHS U
pBOTA), TUTIOTOHUSA, 3aJIepXKKa pOCTa W pa3BUTUA. Y
HEKOTOPBIX MOSBISETCS OTBpamieHue k oenky. Takue
JIeTH TIOJBEPKEHBI PUCKY BOSHHMKHOBEHHUS PE3KOMH
JIEKOMIICHCAITNH, TIPeXJe yeM O0Je3Hb OymeT aua-
rHocTHpoBaHa. KIIMHWYECKUX TPU3HAKOB 3a00JeBa-
HUS HE OTMEYaeTcsl 0 MEPBOTO AMU30/a PBOTHI U
00€e3BOKMBaHUS, JIETAPTUN FITH KOMBI, KOTOpasi 4aCTO
ACCOILMUPYETCA C bIXaTeIbHONH HEJO0CTaTOYHOCTHIO,
remaroMeranuei u cygoporami [ 1]. Bce knmnandeckue
dhopmer MMA y meteif MOTYT HIMHTHPOBATH CETICHC
unu cuHApoM Pes, 4To 3aTpygHSET yCTaHOBIIEHHE
JarHo3a.

«/[obpokauecmsenHvley 83pocivie hopmMbl U30-
AUPOBAHHOU MEMUIMATOHOBOU ayuoemuu CBSI3aHbI
C JIETKUM TOBBIIIEHHEM METHUIMalloHaTa B MOYe.
Taxue OOMBHBIEC pacCMaTPUBAIOTCS KaK CTAOMIIBHEIE,
HO HEPEIKO JAI0T OCTPYI0 METabOINIECKYIO JEKOM-
TeHcanuro [2].

Heduyum memuamanonun-KoA snumepaser. My-
tanmu B MCEE kpaifHe penKo SBISIOTCS MPUIHHON
croiikoit MMA.. IIposiBrieHust BapbHPYIOTCS OT MaHH-
(becranuu ¢ TSHKETBIM META0OIHMYECKUM alliI030M,
YBENWYEHUEM METHJIMalloHaTa, 2-METIJIIHTPaTa
KETOHOB B MOUYE€ JI0 JIETKMX MOBBIIIICHUH YPOBHS METHII-
MaJOHOBOW KHCIOTHI B Mo4ye. CHMITTOMBI BKITIOYAIOT
B ce0st aTaKCcHIo, TU3apTPHUI0, THIIOTOHUIO, CIIACTHYe-
CKHI ITapamnape3 u cygoporu [3].

OmnmcaHpl Tak Ha3bIBa€Mble BTOPHYHBIE TIPOSIBIIE-
HHUS METWIMAJIOHOBOM alIMJIEMUH Y I€TEH: UHTEIJIEK-
TyaJbHast THBAJIMAHOCTH, TYOyIOMHTEPCTHIIMATBLHBIN
He(pUT ¢ TPOrPeCCUPYIONINM HapyIeHneM (QyHKITHH
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TTOYEK, PHIIePaIONATHs, TAaHKPEATUT, IPUOOPETCHHBII
UMMYHONEUITUT, aTpodus 3puTepHoro Hepsa [ 1-10].

B nmenmarpudeckoit HEDPOITOTHH aKTyaIbHOCTD
MpoOJIEeMBl METHIMAJIOHOBOH aIUACMUN/ Al Ty P
00ycJI0BIeHa 0COOCHHOCTSIME Pa3BUTHS TTOBPEKICHHS
MOYEK, MPOTPECCUPYIONIETO B TEPMUHAIBHYIO HEI0-
CTaTOYHOCTb.

[Ipu MMA y neteit onrcaHbl dare TyOyTonHTep-
CTHUIIMAJTIFHBIE TIOPAKECHHS MTOYEK, MPOSBIISAIONINECS
CHM)KEHHEM KOHIIEHTPAIMOHHON CIOCOOHOCTH,
KaHaJBIEBBIM META00IMYECKIM aIlU030M C THIIO-
KaJMeMHel, KaHaJIbIIeBBIM allM030M C THIIEpKaHe-
mueit IV Tumna, a3oremMueni, ¢ mporpeccupoBaHueM B
TEPMUHAIBHYIO TTOYEYHYIO HEOCTATOYHOCTD, B Psilie
CITy9aeB He0OXOAMMOCTHIO 3aMECTUTEIHHOMN TTOYSTHOM
teparun [4-7, 9—13].

B cBsi3u ¢ OTCYTCTBHEM B OT€UECTBEHHOU JIUTEpa-
Type ONMCaHUs opakeHHsI Touek mpu MMA y nereit
MIPUBOANM KIMHHYECKOE HAOIIOEHHE.

KJIMHUYECKWN CTTYYAT METAJIMAJIOHO-
BOU ALIUJIEMUU V CUBCOB

Ilpobano (manvuux) A., 5 nem

JKanobwl: Ha IepuOANYECKH BO3HUKAIOIINE TPH-
CTYTIBI TOJIOBHOW OOJHM, PBOTHI, 3pUTENBHBIX U CIIY-
XOBBIX TAJUTIONUHAINH, CYyIOPOT, C MOCIEeTyIOINMU
c1ab0CThI0, aMHE3HUEH, HAPYIIIEHHEM PEUH, aTaKCHEH.
C paHHETO0 BO3pacTa MOSIBUIOCH OTBPAIICHHE K OCITKY,
Ha 3arax KUISIIeTo Msca TOITHOTa, PBOTA.

Anamues 3aboneeanus: B 4 Toga y peOeHKa BO3-
HUK TPUCTYI C TOIOBHOW 0OJTH, CYIOPOT, TIOBBIIIIEHUS
TeMIreparypsl 10 39,9 °C, MHOTOKpaTHOM pBOTOH, 3pH-
TEJIHHBIMHU U CITyXOBBIMH TAJUTIONWHAIIUSAMHE C TTOCTIe-
ITyIOMIEH 001IIe BRIpaXKeHHOM C1ab0CThI0, aMHE3UeH
W aTakCuel, pacCTPOMCTBOM PeYM C MOCIETYIOIIUM
BOCCTaHOBJIEHHEM. PeOEHOK TOCIUTAIN3UPOBAH B
CTAIMOHAP, TIPEATNOIKEH TUArHO3 OOTYIN3M, KOTO-
pBIN B pe3yabrare 00ClieZIOBaHUs HE MOATBEPIUICS.
[IpucTynsr moBTOpsUIHCH 2—3 pa3za B TEUCHUE IIO-
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Tabnuua 2

KnuHuko-nabopaTopHble XapakTepucTukm

XapakTepucTumkn Mpob6aHa, 5 net CUBC NPOBAHIA, 3TOOA

Cpoku rectaumm n poabl 44-a vepens 38-a Hepens

Mon My>x Ken

HavanbHble nposiBneHns C 4 net C2net

MpossneHus OTBpaleHune Kk 6enky, NPUCTynbl rofoBHOM | OTBpaleHne K 6esKy, NPUCTYNbl FOJI0OBHOM
6011, TOWHOTLI, PBOThI, 06€3BOXMBaAHME, | 60NN, TOLWHOTbI, PBOTbI, aHOPEKCUS, 3pUTESb-
3pUTENbHbIE U C/TyXOBbIE rafioLUMHaLuK, Cy- | Hble 1 CNyXoBble rasuounHaumm, cnabocTsb,
noporu, cnabocTb, aMHe3unsi, atakcus aTakcus

Macca Tena/pocTt 18 kr450rp /105 cm 14 kr /92 cm

ApTepuanbHoe gasneHune (Mm pT. cT) | 85/55 -90/60, HecTtabunbHoe nosbiweHne oo | 70/30 — 95/45
158/110 npwu CcyT. MOHUTOPMPOBaHUN

BuTtamuH B, nmonb/n (n138-652) 439 258

AMMMaK B KpOBU, MKMOIb/N (n10-47) | 92 103

AnbOYyMUH B KPOBWU, /1 42 43

Kanuin B KpoBu, MMONbL/N 4.6 4,7

Kanbuuii B KpOBU, MMOJb/N 2,26 2,16

Hatpwuin B KpOBU, MMOJIb/N 138 144

Xnop B KPOBU, MMOJIb/N 101 106

MarHwii B KpoBM, MMOIb/N 0,97 0,88

>Keneso B KpOBU, MMOJIb/N 9,6 12,0

Mnioko3a, MMonb/n 4,37 3,60

JlakTaTt, MMonb/n 2,21 1,58

Amunasa, eg/n 110,5 143,9

MeTunmManoHnnNKapHUTUH B Kposwu, | 1,108 1,342

MKMOJb/N (BHE NMpMUCTyna)

MeTunmanoHoBas kucnoTa B Moue, | 8,8 0,1

MMOnb/Monb Cr (<2)

KOC: pH kpoBu 7,42 7,41

PCO,, MM pT. CT 32,7 32,6

BE %, Mmmonb/n -4.1 -6,1

HCO,-, Mmonb/n 21,5 20,4

KpeaTnHWH B KpOBU, MMOSb/N 0,041 0,023

MoueBuHa B KPOBU, MMOJb/N 4,21 3,0

MoueBas kncnorta B kposu, Mmmosb/n | 0,18 0,19

[oMOLMCTENH B KPOBU, MKMOb/1 6,52 5,64

(M 5,46-16,2 Hopma)

(K 4,44-13,56 Hopma)

pH Moun BapuabenbHas BapunabenbHas

CK® no Schwarz (Mn/MuH) 125 128

Okckpeums 6enka B Moye (r/cyT) 0,2-1,8 0,08-0,5

JNenkouunTtypus B r/ 3p. 80-100 8-10

OKcKpeLums ypaTtoB MoBbIlWeHa MoBblweHa

cienyromux 3 mec, 0e3 MOBBILICHUS TEMIIEPATYPhI €
yAyYIIEHUEM B pe3yibraTe Ae3MHTOKCUKALMOHHOM
nH(}Y3MOHHOHN Tepanuu. J[IUTeabHOCTh MOZOOHBIX
3MMU3040B 1-2 1Hsl, yIydlIeHne 0TMeYanochk Ha GoHe
MIPOBOANMON WH(Y3MOHHOU J€3NHTOKCUKAIIMOHHON
tepanuu. C ygerom cumnroMoB ropaxenust LIHC pe-
OEHKyY nperoaraics IMarHo3: SIUIIETICHs], Ha3Haue-
Ha IPOTUBO3ITMIICHITHYECKas Tepanus (narodepan 3,
3aTeM JICMaKKH), Ha KOTOPOH OTMEYanoch yXy/IIIeHHE
B COCTOSIHUM, IPUCTYIB! Y4acTWINCh. B pesynbrare
obcnenoBanus (O3I" u MPT ronoBHoro mo3ra) u
KOHCYJIBTAIIH SIHJICTITOJI0Ta JMAarHO3 MIICTICHS HC-
kmoueH. B MockoBckom HUU neauarpuu u nerckoit

xupypruu (2012) mpoBezieHO KOMILIEKCHOE 00cie1o-
BaHWC. BBISBICHBI: TTOBBIIIICHUE aMMOHUS B KPOBH
Hatomak 47,07 MKMOJb/1 (HOpMa 10 37 MKMOJIB/T),
nocsie Harpy3ku Oenxom 345,5 mxmons/m; JIAI™ 483
EJl/n (mopma mo 450 EJI/m) B xpoBu. B Moue moBsI-
IeHUE MeTUIIMaoHoBoH kucioTsl 8,8 EJl (HopMma 1o
2 EJl). Aranu3 KpoBM Ha aMHHOKHCIIOTHI HE TTOKa3all
CYIIIECTBEHHBIX OTKJIOHEHU M. Y UUTHIBAsI HOPMaJIbHBIN
YPOBEHBL OPOTOBOM KUCIIOTH M YMEPEHHYIO TUIIepaM-
MOHHEMUIO, UCKITIOUCH HACJICICTBEHHBIA ACHUITUT
LMKJIAa CAHTE3a MOYEBHUHBI. YCTAHOBJIEH KJIIMHUYECKUI
IHUArHO3: THIepaMMOHHEMUs, Peiie — momoOHbIi
CHHPOM.
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PucyHok. dparmMeHT pooCcnoBHOM cemMbu A.

Anamues orcuznu: pedénok ot I GepemennocTn
(I, II GepeMeHHOCTH 3aKOHYMIIUCH BBIKHIIBIIIAMH Ha
paHHHUX CpOKax), OEpeMEHHOCTh MpPOTeKalla ¢ TOK-
CUKO30M, pojopaspelieHue Ha 44-it Henene, myTéM
olepalry KecapeBa ceueHHs1, OLICHKA I10 IIKajie Anrap
7/8 6aino. Macca nipu poxaenuu 3500 1, qyimHa 56
cM. B HeoHaranbHOM nepuoze nepedpanbHas HIeMusl,
Ha [EPBOM TOAY XU3HU HaOII0#acs y HeBpojora
(oauedanonarus). [IpopunakTuueckne NPUBUBKH
MIPOBEACHBI COOTBETCTBEHHO KajieHaapto. J{o 4 net poc
1 pa3BUBaJjIcs 10 Bo3pacTy. [lepenecenHble HHPEKIUH:
BeTpsiHast ocra B Bo3pacTe 4 JeT.

Cubc npooanoa (0esouka), 3 200a

JKanobwl: IPUCTYII TOJIOBHOW 0OJIH, C MHOTOKpPAT-
HOU PBOTOM, 3pUTEIBHBIMH H CITyXOBBIMH FaJUTIOLIHA-
LUSMU, aTAKCUEH, AaHOPEKCHEH, OTBpaIlleHUe K OeJIKy
(TomIHOTA M pPBOTA Ha 3amax KUIIAIIETO Msca).

Anamnes 3abonesanusi: B 2 Tofa y JEBOYKU BO3-
HUK TIPHCTYI TOJIOBHOHM 00JIM, MHOTOKpaTHasi pBOTA,
3pUTENbHBIC U CIYXOBbIE TaJUTIOLMHAIUKN. PeGEHOK
TOCIUTAIN3UPOBAH B CTallMOHAP, MPEAIIONOKEH JUa-
rHO3 OOTYJIM3M, KOTOPBIH B pe3yJibTare 00CIeJ0BaHuUs
He noxnTBepawicsa. C MOMEHTa MEepPBBIX MPOSBICHUM
oTMe4yeHO 18 MomoOHBIX 3MU300B C YIyYLICHUEM B
pe3yiabTaTe MH(PY3MOHHON JIe3UHTOKCUKAIIMOHHOM
Tepanuy. YCTAaHOBJIEH KJIMHUYECKUW JUArHO3: TUIe-
pamMonuemusi. Peiie-nionoOHbIN cuHAPOM.

Anamnes gcusnu: pedbeHok ot IV 6epeMeHHOCTH,
BTOPBIX POJIOB, pojopa3pelnieHne Ha 38-if Henmelne
recraly MyTeM KecapeBa cedeHus. Macca Tena
npu poxaenuu 3300 r, nnmuna 49 cm. Ilepuon Ho-
BOPOXJEHHOCTH U T'PYAHOTO BO3pacTa MpoTeKal
0e3 ocobennocTedl. Habnonanace HeBpoJoTOM ¢
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JIMarHO30M SHIIepanonarus, CHHAPOM MOBBIIICHHOM
B030ynumoctu. [lepenecennble HHOEKINNU: BEeTpsTHAS
ocma B Bo3pacte 2 roga. HacnencTBeHHBIN aHaMHE3
OTSTOIICH: Y MaTepH JKeJe30AcPUIUTHAS aHEMUS, Y
POJICTBEHHUKOB 110 MaTePUHCKOI JIMHUN — aHEMHS,
BIIC; y otma agerckuii nepedpaibHbIN mapanud, y
POJICTBEHHUKOB I10 OTIIOBCKOM JMHUU — aHOMAJIUU
pa3BUTHS B BUJAE CHUIAKTUIIUSA, Y CBOJHON CECTpPHI
aHaJOTUYHAsl CUMITOMATHKA.

[Jetu rocniutanusuposansl B kmuHUKy CIIBITIMY
(2013) ¢ mnarHo3om ruNIepaMMOHHEMHUS, DHIIE(DATO-
narug. C MoMeHTa nepBhIX nposiBieHuit MMA otMe-
YEHO y ICBOUKH 18, y ManmpauKa 27 BBIIICOMICAHHBIX
OPHUCTYNOB C YyIydlIeHHEM B pe3ylibTare UHQY3H-
OHHOU Je3MHTOKCUKAITMOHHON Tepanuu. KiamHuko-
nmabopaTopHbIe JaHHBIC TPUBEICHEI B TA0M. 2

V nereil npenenbHO JOMYCTUMbIE KOHLICHTPAIUH B
KpPOBH CBUHIIA, KaJMHsI, MEJIH, IMHKA HE TIPEBbIIIAIOT
JIOTTYCTUMBIX 3HaUE€HUH.

Ha ocHoBaHMM aHAMHECTHYECKHUX M KIMHUKO-
71a00paTOPHBIX NaHHBIX, AETAM YCTAHOBJIEH MAarHo3
METHJIMAJIOHOBasl anueMusi. BriepBble BbISBICHHAS
naToyiorus modek y cudcos ¢ MMA ykiansiBaercs
B KapTUHY TYOYJOMHTEPCTUIIMATBHOIO HeQpHUTa C
IIPOTEUHYPUEH, JTEHKOLMTYPHUEH, KaHAIBLIEBBIM Me-
TabOINYECKUM alli030M, ypaTtypueil. Ypoens CKO,
paccuutanHoi o Qopmysne IlIBapia, He mokazan
CHIDKCHUST (PYHKIIMU TTIOYEK.

OBCY)XAEHMUE

Mpbl peACTaBUId OMHUCAHUE METHIMAJIOHOBOM
aIruaeMuu y 2 cuOcoB (MaJIbuuK U JCBOYKA) U3 OJTHON
cembu. Jlnarnoz MMA y ciOcoB OCHOBBIBAJICS Ha Xa-
PaKTEePHBIX KIMHUYECCKUX TPOSBICHISIX: OTBPAIIICHNE
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K OeJIKy, TOITHOTA Ha 3amax KUISIIeTo Msica, MPUCTY-
TIOB TOJIOBHOM O0JIH, PBOTHI, 3pUTEIBHBIX U CITyXOBBIX
TAJUTIONUHAIIH, CYZ0POT, C MOCIIEAYIONIEH CI1a00CThIO
U aMHE3HUeM, aTakcueu, paccTpoilcTBoOM peun. Takue
CHUMITTOMBI MOTYT UMUTHPOBATh CUHIpOM Pest, oTpas-
JIEHUsI, 4TO MPEANoarajoch y aereid. Baxubim Juis
JIMarHOCTUKM METHJIMAJIOHOBOM allUJIEMUU y NEeTeil
SBUJIMICh BBICOKHE TTOKA3aTelld aMMHaKa B KPOBH U
METHIMAJIOHOBOM KUCJIOTHI MOYE.

s ompenesneHus TUTa METUIMAIOHOBOH arfu-
JIEMUU Y CHOCOB MCIOJB30BaHA COBPEMEHHAs KJlac-
cudukanms, mpeAcTaBieHHas B auteparype [1, 2].
Y4uThIBast KaI00bI, KITMHHUYCCKUE U OMOXUMHIYCCKUE
MIPOSIBIICHUS, MBI TIPETIONIaraeM YaCTUIHO IeHUIIUT-
Hylo WK B -3aBucumyro gopmy (mut-) dpepmen-
TAaTUBHBIN THI H30JUPOBAHHONW METHUIMAIOHOBOM
anuaeMuH, KOoTopass MaHU(GECTUPOBAJIa Y ONKCHIBac-
MBIX HAMU MTAIIUCHTOB B TIEPBBIC TOBI JKU3HU. TOIBKO
MOJICKYIIIPHO-TCHETUYECKOE FICCIICIOBAHUE TTO3BOJIUT
YCTaHOBUTH Y MAIlMEHTOB quarHo3 u popmy MMA.

B Hacrosiiiee Bpemsi Ui ycTaHOBJICHHS (Hop-
Mbl MMA manueHTaMm MpOBOIUTCS MOJIEKYJISPHO-
TCHETHYECKOS WCCIICIOBAHUE C OIpPENCICHUEM MY-
tanuit B rerax: MUT, MMAA, MMAB, MMADHC
u MCEE [1]. HM3omupoBaHHasT METHIMAJIOHOBAS
anuaeMusl  HACJIEeIyeTcsl  ayTOCOMHO-PEIICCCHUBHO.
[IpeamonaratoTcst CAeAyIOMUE PUCKU IJIS1 WICHOB
CEMBH: eCli poauTean pedéHka ¢ MMA He uMeroT
HUKAKUX CHUMIITOMOB OOJIC3HH, TO OHH 00s3aTelb-
HO TETEPO3UTOTHBI 1O MAHHOMY MPU3HAKY; KaXKIBIN
cubc pedénka-npodana B 25% cirydaeB OyaeT UMeTh
nposBiieHuss MMA, B 50% ciyuqaeB OymeT OeccuM-
NITOMHBIM HOCHUTENeM U B 25% ciydaeB OymeT 310-
pos. IloromcTBO Ipobanga OyayT reTepo3UrOTHEIMU
HocuTemsimu [1].

st BRISIBICHUST HOCHUTESI METHUIIMaJIOHOBOM
allUJICMUH Y YJICHOB CEMBH HCIIOIB3YIOTCSI TOIHKO
MOJIEKYJIIPHO-TCHETUIECKHUE TECTI, UTO MPEIICTABIISICTCS
BaKHBIM JIJISl JAHHOW CEMbH, B KOTOPO aHOJOTMYHbIE
TIPOSIBIICHUSI OTMEUEHBI Y POICTBEHHUKOB TI0 OTI[OBCKOM
JTMHUAWH.

S.Rutledge u coast. (1993) onucanu TyOy/10UH-
TepCTUIIHANBHBIN HeppuT y 2 nereil B Bo3pacte 9
u 4 netr ¢ MMA, TpOsSBUBIINNCS B MJIAJCHUYCCKOM
Bo3pacTe [5]. Y omHOro W3 2 MAIMEHTOB OTMEUYCHA
nabuibHas apTepuanbHas TunepreH3us. JlanHbie
peHanbHOW OWOTICHH, BBIMOJTHCHHBIC y JETEH, II0-
Ka3aJld MHTEPCTULHANBHBIN (UOPO3 U TyOyIsIpHYIO
aTpo(ui0, OTCYTCTBUE IIOMEPYJSPHBIX U3MCHECHUH,
y ogHoro (okanpHas kanbuudukanus [S]. Y cubcos
JIUarHOCTHPOBAH TyOyJIOMHTEPCTUIIHATBHBIN HEPPUT
C POTEUHYPUEH, TEUKOLUTYpUEH, KAHAJIBLIEBBIM Me-
TaOOMMYECKUM allUI030M, YpaTypHueH, y MajabduKa

3aperuCTPUPOBAHBI SMU30UUECKHUE MOJBEMbI apTe-
PHAIBHOTO JABJICHUSI.

W.Vant Hoff (2007) ommcan wabmronenus MMA
y 12 gereéi ¢ nedexrom MeTmiManoHoBon-CoA-
MyTasbl [6]. ¥ 7 u3 12 geTeidl mopakeHHUS IMOYEK
MPOTEKAIN IO THITY TyOYJISPHBIX M TIIOMEPYJISPHBIX
W3MEHEHUM. XPOHUUYECKUI MHTEPCTULMAIbHBINA He-
GpuT c NeHKONUTYpHEH, KaHATBIIEBBIM METa0OIHYC-
CKHM aIM030M, HapyIlIeHHEM KOHIIEHTPAaIlMOHHON
(GYHKIMH, THIIOPEHHMHEMHEH, THUIO0aIbJ[0CTEPOHM3-
MoM, cHmkenuemM CK® u mcxomom B XBII guarso-
CTHpOBaH y Aereit c MMA npu ATUTETFHOM TE€USHUN
[6].

R. Lubrano (2001) mpencraBmi HaOmoACHUE Ta-
IIUEHTKH, UMEIOIIeH nepBble mposBiennss MMA c 4
MeC C MpOorpeccupoBaHrueM B 17 JeT B TepMUHATb-
HYIO CTaJHIO MOYEYHON HEeIOCTAaTOYHOCTH, YTO IIO-
TpeOoBaIo 3aMEeCTUTEIHHON TTOYEYHOI Tepanuu Me-
TOJIOM TE€MOJMallN3a U MOCIeayomel TpaHCIIaHTa-
et [11].

Crparerus tepanuu MMA paszpaborana. M.A.
Morath u coast. (2013) npeziaratot aJropuTm Tepa-
MUY METHJIAMUJIOHOBOH allUAypPHUH B IIEPHOAE TEKOM-
TeHCaly U KoMrieHcanuu y aerei [13]. Ilo manabM
JTUTEPATYPHI, B JeueHUU MMA y nmeTeit u B3pOCIbIX
Ba)KHOE 3HAUEHHE UTPAET AUETa C NCKITIOYEHHEM OelTka
OpPraHNYECKOTO MPOUCXOKICHHS, OCIOK B MHUIIIE JI0JI-
’KeH OBITh TIIATEIHHO OTTUTPOBAH 110 AMUHOKHUCIIOTaM,
9TOOBI 00ECMEeUYNTh HOPMAJBHBIM POCT U Pa3BUTHE
pe6énka [1]. PekoMeHIyeTCsl IE3MHTOKCHKAIIMOHHAS
Tepanus B MPUCTYIHOM IEepHOe, Ha3HAYCHUE Kap-
HUTHHA 1 BuTamuHa B12 [1,5,6,7,13]. Habaromaembie
HaMU MAIUeHTHI MOyYaloT JUETOTEePAINIO C OTPaHU-
YeHreM OeJka )KUBOTHOTO IMPOUCXOKACHHUS, JIEUCHNE
KapHUTHUHOM, BUTAaMHHOM B . MeTpaHH[1a30J0M C
MOJIOKUTETBHBIM 3PPEKTOM.

Kaxk n3BectHo, B pesynprare myTannu reHoB (MUT,
MMAA, MMAB, MMADHC, win MCEE), konupyto-
HIMX MUTOXOHJIPHAILHBINA (PepMEHT METUIIMATIOHUII-
KoA-myTa3sl wim MetunManoHuia-KoA-smumepasy,
CHMIKAeTCsI CUHTE3 Ko-pepMeHTa BUTaMuHa B12
[1]. [lpumenenune Buramuna B, npy MMA Bexér
K KaTaJu3UpPOBAHHUIO OMOXMMHYECKUX peakiuil B
MUTOXOHJPUSX B CTOPOHY 00pa30BaHus CYKITMHHII-
KoA [1, 13].

B kauecTBe OCHOBHOW Tepanuu PEKOMEHIYIOT
KapHUTHH, KOTOPbIII MOXET YBEIHYUTh BHYTPHKIIE-
TOYHYIO KOHIIEHTpaLnio KOA 1 MOBBICUTE SKCKPELIUIO
MPONMUOHMIKapHUTHHA [1].

C nesbio COKpalieHus IpoylIuPOBaHUS POIHO-
Hara KUIIeYHO! (IOpOH MPUMEHSIOTCSI KypChl aHTH-
OaxTepuanbHOI Tepanuu: HEOMHUIIMH, METPOHH 13011
[1,13].
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AHTHOKCHIAHTHYIO Tepanuio (acKopOMHOBas KHC-
nota, kopepmeHT Q 10 u BuTamuu E) pexkomeHayroT
nanrenTaM ¢ MMA 1ociie 3130108 JEKOMIICHC AN
JUISL TIPEAOTBpAICHHs aTpOpUH 3pUTEIHHOTO HEepBa
[8].

TyOynouHTepCTULIMATIBHBI  HeQPUT  SBIACTCS
OJTHMM M3 4YacThIX MposBieHnit MMA y nerteit [5-7,
9-11, 13]. Bce aBTOpHI, KOTOPBIE OMHCHIBAIOT KaTaM-
HE3 JeTel ¢ METHUIMAJIOHOBOM alujaeMueii, oTMeua-
0T MIporpeccupyroliee HapyuieHue GyHKIMN TOYeK,
HCXONl B TEPMHUHAIBHYIO ypemuro [6, 7, 9—13].

F. Horster (2007) BeisiBHI y manueHToB ¢ MMA
pa3iINyus B 4aCTOTE UCXO/1a B TEPMUHAIBHYIO CTaINIO
MOYeYHOM HeocTatouHocTy: mpu mut 0 hepmeHTaTHB-
HoM noarune B 61%, npu CBLB B 66%, npu CBLA
B 21% [4].

PexomennoBano nmarmentam ¢ MMA npoBeacHme
3aMECTUTENBHON MIOYEYHOW Teparuu METOIOM I'eéMO-
Uajin3a B clydae OCTPOTO MOBPEXKACHUSA MOYEK U
THIIEPaMMOHHUEMHH, IEKOMITCHCHPOBAHHOM MeTab0 1~
YECKOM alli103€ WX B CIIy4yae MCX0/la B TEPMUHAIb-
HYIO MIOYEYHYI0 HEA0CTaTOYHOCTH [6,11,13]. Tepamus
reMOJINaIN30M YIy4IlIaeT MeTabOoIMueCKUN U Hy TpH-
TUBHBIN cTaryc y nanuenToB ¢c MMA [6,11,13]. Coo6-
raeTcs 00 yCIenrHo MpoBeIeHHBIX TPAHCIUIAHTAIHX
MOYKH, TIEYeHU, KOMOMHUPOBAHHOH TPaHCIUIAHTAI[UH
redeHu u nouku npu MMA y nereii [6,12,13].

SAKJIIOMEHUE

MetuiiManoHOBas allUIEMUsl Y JIE€Te MpoTeKaer
C pa3BUTHEM TYOYyJOMHTEPCTHIMAIbHOTO HedpuTa,
C TEYEHUEM BPEMEHHU MPOTPECCUPYIONIETO B XPOHU-
4gecKyro 00s1e3Hb nodek. [loaToMy BakHOE 3HAUCHUE
UMEIOT CBOEBpeMeHHas quarnoctuka MMA y nmeteit
Y Ha3HAY€HUE aJIeKBaTHOW Tepariuu.
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