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OCO6EHHOCTU KNTMHNYECKUX NMPOSIBNIEHNIA U NIEYEHUS OTAENbHbIX
HO30n0rn4yeckux coopm HacnencTBeHHbIX 6onesHen o6MeHa BeLLEeCTB

E. I. BakynuHa, J1. B. Nopouwko

Pe3toMe. PaccMOTpeHbl OCHOBHbIE KITUHUYECKME NOAX0AbI K ANArHOCTUKE U Tepanuy OCHOBHbIX XXU3HEYTPOXaroLmx
HacnencTBeHHbIx 3aboneBaHnii 06MeHa aMUHOKUCIIOT, OTHOCSILUMXCS K FPYyIe opraHn4eckux aumaypui, Takmx kak 60/1e3Hb
kneHoBoro cupona moyn (BKCM). OnvcaHsl BblAESOT KIMHUKO-reHeTudeckne gpopmbi BKCM n ocobeHHocTy ee
KIAVHUYECKUX MPOSIBACHUIH, a TakXXe MeToAbl AUarHOCTUKN U TEYEHUSI.

Yka3sbiBaercs, 4To knaccumyeckuii BapuaHt BKCM siBasercs ofHuM u3 cambix M3MEHYUBLIX M OMACHbBIX HACNELCTBEHHbIX
MeTabonn4ecknx COCTOSIHUI PEe3KNE NOL bEMbI YPOBHS NIENLIMHA U A-KETOU30KAaNpPOHOBOV KUC/IOTbI Bbi3bIBAIOT
MeTabonn4ecKyro sHLeganonaTuio N KPUTMHECKUI OTEK MO3ra, B TO BPEMS KaK XPOHUYECKuii ancbanaHc aMuHOKUCIOT 1
HeNpoTpaHCMUTTEPOB NPeACTaBseT ONacHOCTb B MN1AHE CHUXEHWUS UHTENNTEKTYalbHbIX QOYHKLUMA, NPUBOANT K CHUXEHUIO
namsiTy ¥ BHUMaHWS, yMCTBEHHOW HETPY.4O0CNIOCOOHOCTY, HAPYIIEHNIO UCTONHUTENbHBIX QOYHKLNIA 1 Pa3BUTHIO
ricuxudeckoro 3abonesBanHus. CTporas anetnyeckas repanusi C orpaHnYeHneM naTtoreHeTuyeckn 3Ha4YMMbix aMmMHOKNUCITOT
M Ha3Ha4YeHWEM Crieunann3npoBaHHbIX aMUHOKNCIOTHbLIX CMECe ANeTUYEeCKOro (1e4ebHoro) NUTaHns SBasieTcs

OCHOBHbIM METOLOM fie4eHNs 6O/bHbIX, HA3HA4YaeTCs npu Mo4O3PEHUN HA HACEeCTBEHHOE HAPYWeHNE
aMUHOKUCITOTHOro obMeHa cpas3y rnocse B3stus aHann3os. [penapar 1e4ebHOro nuTaHns 4oXeH 3amelats 0kono 50%
CyTO4YHOU rnoTpebHoCTV nauneHTa B beske.

Hanwnyne BO3MOXHOCTEV paHHEV ANarHOCTUKU M CBOEBPEMEHHO Hayartou guerorepanuy C npUMeHeHNem
crieunannanpoBaHHbIX MPoayKTOB /1e4eBHOro (ANeTU4ecKoro) nuTaHusi 60NbHbLIX C OPraHUyecKuMn aumaypusmMm
M103BO/ISIET MOBLICUTb BbIXNBAEMOCTL 60/1bHbIX, CHU3UTL TSXKECTb KOrHUTUBHBIX U NCUXNYECKUX HAPYIIEHNI, a TaKkXe
YacToTy BO3HUKHOBEHNS METAbO/TNYECKUX KPU30B U BbIPaXXeHHOCTb HEBPOJIOrNYECKUX HapYILEHW.

CBOEBpEMEHHas AMarHocTuka 1 nevyeHue HacnencTBeHHblx 6oneaHel o6MeHa BELLECTB NPeacTaBnstoT cobo oaHy U3
BaXHbIX 3a4a4 B NpakTMKe HeoHaTtosora, neanaTpa, Hesponora. B cBsiau ¢ BHeapeHneM B Halwel cTpaHe 06s3aTeNbHOro
HeoHaTanbHOro CKPUHMHra — MacCcoBOro 06cnenoBaHNsl HOBOPOX AEHHbIX AeTei Ha Hambonee pacnpoCTpaHeHHbIe
BPOX[EHHbIe 1 HacneacTBeHHble 3aboneBaHns, MHorme npobieMbl 0OKasanucb pelleHbl, 0OHaKo A psna APYrux pemnkux
XUW3HEeYrpoXarowmx HacneacTBeHHbIX 3aboneBaHunii obMeHa aMUHOKMCIOT, OTHOCALWMXCS K FpYynne opraHnYeckmx
aumnypuii, npobnembl paHHe ANarHoCTKN 1 CBOEBPEMEHHOIO NIe4YeHNS O CUX NMOpP OCTalTCA HepeweHHbIMK [1].

Hawvbonbluyto rpynny pucka npefcTaBnsioT HacneacTBeHHble 60ne3Hn aMMHokucnoTHoro obmeHa (HBEAO) u opraHuuyeckne
aumaypun. B HacToslwee BpeMs M3BECTHO, YTO OpraHnyeckme aumaypun (aumoemMun) 3aHNMaloT 3HaYNTENbHYIO OO0
cpeau penkmx 3abonesaHuil No CTENEHN BbICOKOrO prcka CMEPTHOCTY cpeam TaxenobonbHbix aeTei. Ewe B 1954 r.
noktop [>xoH MeHkec 1 ero Konnerv onucanu CeMeiHblin cnyyain, korga y YeTolpex netei (6paToes 1 cecTtep),
POXOEHHbIX 3L0POBbLIMU, B TEYEHNE MEPBO HEAENWN XN3HN OTMEYaNIUCh NMPU3HaKK NPorpeccupyolen aHuedanonatum um
3anaxa Mouu, «nopasnTeNibHO MOXOXEro Ha KNIEHOBbIA CPOM>», C AaNbHEAWMM PasBUTMEM eTanbHOro UCX04a B BO3pacTe
TPex MecsLeB C KNMHMYECKON KapTUHOW oTeka mo3ra [2].

Cpeaw rpynnbl peikux HacnencTBeHHbIX 3a6oeBaHnii 06MeHa aMMHOKMUCNOT, OTHOCAWMXCS K Fpynne opraHuYeckmx
aumnypuii (aunnemunii), BolAenstoT HECKONbKO Hanbonee YacTblX XU3HEYrPOXaloWmnx HapyLWeHWin: 6onesHb «KNeHOBOro
cvpona» y netein — MKB-10: E71.0, meTunmanoHoBas aungypus y getei — MKB-10: E71.1, nponvoHoBas aunaypus
(aunnoemus) y neteit — MKB-10: E71 [3-5]. OcobeHHOCTbI0 Knaccuyeckmx goopm 3aboneBaHmnin aToi rpynnel SBseTcs
BbICOKAas CTENEHb NeTanbHOCTUN B NEPBbIE AHU U HEAENN XU3HWU AeTel BBMOY NONUMOPMU3Ma KIMHUYECKNX NPOSABAEHUNA,
OTCYTCTBWS CBOEBPEMEHHO NOCTaBIEHHOrO AnarHo3a 1 Hayana natoreHeTU4eckon guetotepanuu.

B ctatbe pa3bupatoTcst OCHOBHbIE KNMHUYECKME NMOAX0Abl K ANArHOCTUKE U TEPani OCHOBHBIX XU3HEYTPOXatoLLmx
HacneAcTBeHHbIX 3a60neBaHmii 06MeHa aMUHOKUCIOT, OTHOCSILLMXCS K Fpyrne OpraHMyeckmx auuaoypui.

MeTonbl nccnepoBaHUsa
Ho3onornn

OpraHuyeckre aunaypuv (aunoemin) npeacTaBnsaoT coboi Knace HacneaCcTBeHHbIX MeTaboNMyeckmx HapyLweHWu,
BO3HMKAOWMX BCNEACTBUE 0ePEKTOB NPOMEXYTOYHOro MeTabonnyeckoro ny Ty OKUCIEHNs aMUHOKWUCIOT, YrIEBOAO0B U
XUPHBIX KNCNOT.

Knaccuyeckne chopMbl OpraHnyeckrx aunoypuii (aumaemMuii) y HoBOPOX AEHHbIX NEPBOA HELENN XU3HW UMEIOT CXOAHYI0
KJIMHWYECKYIO KapTUHY U MOTYT NPOSIBASITCS HApacTatowWwel TSXenon KNMHUYECKO HEBPOIOr MYECKO CUMNTOMATUKONM
(reHepanM3oBaHHbIMK CyLOPOraMu, BSNOCTbIO, OBWUM YrHETEHUEM DYHKLNIA LEHTPaNbHON HEPBHOM CUCTEMBI, KOTOPast
yepenyeTcs C NoBbIWEHHOW BO30YAMMOCTbIO, 0TKA30M OT MULLM, YNOPHOR PBOTOW, MbILEYHBLIM FTMNEPTOHYCOM, NPU3HaKaMmm
06€3B0XMBaHNSA) 1 MPU OTCYTCTBUM CBOEBPEMEHHO MNOCTAHOBNIEHHOMO LMArHO3a W NeYeHnsl 3a4acTyo 3akaH4YMBaTCA
neTanbHO OO TOro, Kak CTAHOBMTCS OYEBUIOHON cneundomnyeckas metabonmyeckas KapTMHa HacnenLCTBEHHOMO



3ab6oneBaHus. MNpu HEBbIPAXEHHbBIX fedhekTax U OTHOCUTENbHO B1aronpusaTHOM NeEPUOLE HOBOPOX AEHHOCTU, B Bonee
cTapwumx BO3pacTHbIX rpynnax naumeHTbl 4AMTensHo HabnoaaTcs y neauatpa niav HeBpoora noj Mackow cambix
pasnnyHbix 3a6oneBaHuii: AeTcKoro LuepebpanbHOro napanuya, pasnnyHblX BapuaHTOB YMCTBEHHOW OTCTANOCTH,
aNMNencun, Pe3NCTEHTHOM K aHTUKOHBYIbCaAHTaM, 1 METABONNYECKUX KPUSOB HESICHOI 3TUONOT UK.

BonesHb kneHosoro cupona moun (BKCM, nam MSUD ot aHrn. Maple Syrup Urine Disease) oTHOCMTCS K rpynne peakunx
reHeTu4Yecknx 3abonesaHuii 1 0bycnoBneHa BpoXAeHHbIM AeddUUNTOM (oepMeHTa aernaporeHasbl KEeTOKUCNOT C
pa3BeTBMIEHHON Lienblo, HeobxoamMol ans paclwenneHusi (Metabonmama) B opraHuame Tpex aMMHOKUCIOT C
passeTBneHHol Lenbto (APLL): neiiumHa, noneiumHa, BanuHa, a Tak>xe HakonneHneM B B10N0rnyeckux XunokocTsax nx
OepnBaToB — 2-KETOU30KarNpoOHOBOW, 2-KeT0-3-MeTnIBaNepnaHoBoOi, 2-KeToON3oBanepmnaHoBoin KMcnorT [3].

APL, — neiuuH, n30neiuunH 1 BanvH SBASIOTCS TPEMS U3 OEBATU HE3AMEHMMbIX aMUHOKMCNOT U cocTaBnaioT 35-40%
He3aMeHUMbIX aMMHOKMUCIIOT B cocTaBe 6enkoB opraHvama 1 14% Bcex aMUHOKUCTOT B CKENETHbIX MblwLax. OHW uMetoT
obwyre MeMbpaHHble TPaHCMOPTHBIE CUCTEMBI U PEPMEHTLI A/1si UX NepeamMnHNPOBaHUS U HeobpaTUMoro okucneHusi. OHu
MOryT BbITb FIIOKOFEHHBIMU (BaNWH), KETOr€HHbIMK (NeALMH 1 30NEALMNH) AU TEMU U OPYrMK (M30NEALMH), NOCKObKY UX
KOHeYHble NponyKThl, cykunHun-KoA n/mnm auetun-KoA, moryT BoinTn B umkn Kpebca ans BblpaboTku aHeprum u
rIOKOHeoreHesa nam BbICTynaTtb B Ka4eCTBe NPeKypCcopoB ANa NunoreHesa u npoaykumm KeTOHOBbIX TeN Yepes auetun-
KoA v auetoauertar [6].

MynbTUEPMEHTHbI KOMMNNEKC AernaporeHasbl KeTOKMCNOT ¢ pa3BeTBneHHon Lenbto (BCKD, ot aHrn. branched-chain a-
ketoaciddehydrogenase) uMeeT CnoxHoe CTpoeHMe n cocTonT M3 4 6eNKoBbIX coeanHeHnii: E1 (a- n B-cybbenmnHuupl), E2
n E3. KodpepmeHTom E1 B-cybbeanHuLpbl CnyXXnT TmaMmnH nupodpocgpat. B HacToslwee BpeMs ycTaHOBNAEHA NoKann3aums
reHOB, KOAMPYIOWNX OTAeNbHble KOMMOHEHThI AAHHOMO 3H3MMHOro KoMmnnekca: E1 a-cybbeauHuubl (reH BCKDHA) —
19913.1-913.2; E1 B-cy6benmHuubl (reH BCKDHB) — 6p22-p21; E2-npoTeunHa (reH DBT) — 1p31; E3-npoTewnHa (reH DLD)
— 7931-g32. Tun HacnenoBaHNs — ayTOCOMHO-peLLecCMBHBIA. YacToTa 3aboneBaHns cpean HOBOPOXAEHHbIX B EBpone
cocTaenset 1:185 000—1:200 000. B Poccum To4Has yactoTta fAaHHoro 3aboneBaHns He onpeaeneHa [3].

PeaynbTtatom Mmetabonuyeckux Hapylwenuin npu BKCM siBnsieTcs ypeamepHoe HakonneHne B opraHmame tpex APLL
(nefiumHa, n3onenumHa, BanuHa) 1 nx noboYHbIX NPOLYKTOB (2-KETOM30KANPOHOBOM, 2-KETO-3-MeTUNBANEPUAHOBON, 2-
KeTon3oBanepunaHoBoi KMcnoT), obnagamowmx obWweToKCUYeCcKUM, HERPOTOKCMYECKM AENCTBMEM B BbICOKMX
KOHUEHTpaumsx [6].

Bbicokne ypoBHM neiumHa B nnasme npuBoAsT K KOHKYPEHTHOMY MHIMBUPOBaHMWIO TpaHcnopTa ApYruxX KPYMHbIX
HelTpanbHbIX aMUHOKUCNOT (TUPO3KWH, (heHnnanaHuH, TpunTodaH, U3oNenuUnH, BanvH, TMCTUAUH, METUOHWH, FNyTaMuH U
TPEOHWH) Yepes remaTtosHuedanunyeckuin bapbep bnarogaps ux obwemy tpaHcnoptepy (LAT1). YMeHblIEeHNe YPOBHS 3TUX
He3aMeHUMbIX aMUHOKUCNOT NMPUBOLAMUT K CHUXEHUIO CUHTE3a BefkoB 1 HepOTPaHCMUTTEPOB, TakKMX Kak A0¢aMuH,
CEepPOTOHWH, rncTamnH n S-AdoMet, 3a cyeT orpaHnyeHns AOCTYMNHbIX NPeawecTBeHHMKOB. Kpome Toro, aecomumnt
KETOKMCNOTHOW AernaporeHasbl ¢ pa3BeTBAEHHON Liemnbio CNOCOBCTBYET CHUXEHMIO BbIPABOTKWN KETOHOBLIX TeN 13
neuuHa, KoTopble HEOBXOAMMbI NSt CUHTE3a MUENMHA. B couyeTaHnm ¢ HapylweHneM crHTesa benka aTo NpUBOAUT K
TSXEeNnon gucMmenmHmsaunm [6-8].

MoMMMO OCHOBHOIO HepOTOKCHMYECKOro agodoekTa, 06yCcnoBIEHHOro BbICOKMM YPOBHEM NaToreHeTnyecky 3Haummblix APL|
(NpevMyLLecTBEHHO neiumHa u ero MmetabonnTo), y 6onbHbIX ¢ BKCM BCcneacTeune necounumnta HeATpanbHbiX aMUHOKUCAOT
(anaHuHa, raMumHa, rnyTammHa, TMpo3uHa, TpuntodoaHa 1 op.) U HapyLWeHNs UX BHYTPUKNETOYHOro TpaHcnopTa
0TMeyaeTCcs pa3BUTME Pas3MyHbIX HEPOMEeANaTOPHbLIX PACCTPONCTB.

B natoreHese nporpeccupoBaHmnst TSXenblX KNMHUYECKMX nposisneHuii y 6onbHeix ¢ BKCM HemanoBaxHyto ponb Takxe
urpaeTt Ketoaumgos, rmnoHaTpuemMns, oTek n aTpousa TkaHu Mo3ra, BTopn4Hasa runepaMmoHeMmns, HegocTaTto4yHOCTb
rMOKOHeoreHesa v runorinkemMns, a Takxe gUCyHKUNA MUTOXOHAPWASIbHOW OblXaTe/IbHOM Lenu 1 OKUCINTENbHOro
dhochopunupoBaHuns.

B HacToslwee BpeMs BbIAENSIOT Cnedyowme KIMHUKo-reHeTnyeckme popmol BKCM:

e Kraccuyeckas, Uiv HeoHaTanbHas (Havbonee yacrtas);

® MPOMEeXYTouYHas;

® VUHTEPMUTTUpYIOLLAS;

* TVAMVH-32BUCUMAS;

¢ ofycnoBneHHas nedmumtoM E3-npoTenHa 1 conpoBoX fawlascsa nakTatalunao3oM (MUTOXOHApUanbHoe
3abonesaHue).

MeTunmanoHoBas aumaeMuns (aumaoypus) — reHeTUYeckn reTeporeHHoe HacnencTBeHHoe 3aboneBaHve U3 rpynmol
opraHvyeckmx aumaemuii, obycnosneHHoe 6n1oKMpoBaHMeM obMeHa NPONMOHATOB Ha YPOBHE Nepexoaa MeTUIManoHu-
KoA B cykumHun-KoA n HapyweHvnem metabonuama psioa aMMHOKUCTOT (M30NEMUMH, BanuH, TPEOHUH, METUOHWH), XXUPHbIX
KMCNOT C HEYETHbIM YC/IOM aTOMOB Yrnepoa 1 XoNnecTepuHa.

Knaccuyeckas goopma 3abonesaHusi obycnosneHa negouumntom MmetumanoHnn-KoAmytasel (reH MUT) ¢ nonHeiM (mut0) nan



4acTUYHbIM (Mut-) OTCYTCTBMEM aKTMBHOCTU pepMeHTa. KoghakTopoM AaHHOro pepMeHTa sBnsetcs ButTamuH Byo, no-

aToMy nedoekTbl MeTabonmamMa gaHHOro pepMeHTa TakXXe CONPOBOXAATCA METU/IMANOHOBON aunaypuen —
N30/IMPOBAHHOW U B COYETaHUN C rOMOLUCTUHYpreN [4].

Mpy METMNIMANOHOBON aUMAEMUN HELOCTATOYHAS aKTUBHOCTb METUNMaNOHUN-KOA-MyTasbl NPUBOANT K 3HAYUTENBHOMY
HaKOMNEeHUIO METUIMANIOHOBOM KUCNOThI, @ TakXe MeTabonnToB, NonyyYeHHbIx n3 nponmoHnn-KoA, takmx kak 3-OH-
nponuoHaT, 2-MeTUnLUTPaT (NPoayKT peakumn nponmoHnn-KoA ¢ okcanoaueTtatom) 1 NPONUOHWT IULIMH.

MepBoHayanbHble UccnenoBaHUs 6binnm COCPeA0TOYEHbI Ha U3YYEHUW METUIMANIOHOBOM KMCNOThI KAK OCHOBHOIO TOKCUHA,
B TO BpPeMS Kak Nnocnegyolwme NccnefoBaHns ykasbiBatoT Ha kKtoyeByto ponb 3-OH-nponuvoHata u 2-metuauutpara B
pPasBnTUM PasnNYHbIX BTOPUYHBIX BUOXMMUYECKUX N3MeHeHUI, Habntoaaembix npu MMA, Bkitoyas naktataumaos,
rUneprauLMHEMIIO, TMNEPaMMOHEMMIO U TUMNOT INKEMULO.

PacnpocTtpaHeHHoCTb 3aboneBaHns cpean HOBOPOXAEHHbIX B cTpaHax EBponbl coctasnsieT 1:48 000—61 000; nonosuHa
cnyyaes npenacrtasneHa B12-pesncTeHTHbIMM chopmamm. B Poccuiickoin depepaumm TouHas yactota 3abonesaHns He
onpegeneHa [4].

MponuoHoBas aunaemMusi (auMoypusi) — reHeTUYecky reTeporeHHoe HacneacTeBeHHoe 3abonesaHune ns rpynmbl
opraHuyeckmx aumaemuii, obycnosneHHoe necouumtom nponuoHnn-KoA-kapbokcmnasel, 4To BeAeT K 610KnpoBaHuio
obMeHa NponrMoHaToB Ha ypoBHe nepexona nponnoHnn-KoA B MetunmanoHun-KoA n HapyweHuio Mmetabonmama psaa
AMUHOKMCIOT (M30NENUMH, BaNvH, TPEOHNH, METUOHWH), XMPHBIX KUCNOT C HEYETHBIM YAC/IOM aTOMOB yriepoaa u
xonecTtepuHa. Tvn HacnegoBaHus NaTonorum — ayToOCOMHO-PELIECCUBHBIN [7].

MaToreHes3 NPONMOHOBO aLMAEMUN CXOLEH C NATOreHe30M METM/IMANIOHOBOM aUMAEMAN U CBA3aH C HAKOMEHUEM
MPOWN3BOLHbIX MPOMUOHOBOI KCNOThI BCneacTeme 6nokmpoBaHns obMeHa Ha ypoBHe nepexoaa nponvnorHni-KoA B
mMeTunmanoHnn-KoA.

MpeawecTBEHHUKaMY MPONMOHATOB B OPraHn3Me CrlyXXaTt aMUHOKMCOTEI M30NENUMH, BaIMH, TPEOHWH U METUOHWH (50%
06Lero KonM4ecTea NPOMMOHATOB), XMUPHbIE KACIOTh C HEYETHBIM YMCIIOM aTOMOB YriiepoAa 1 XonecTepuH (25%);
ocTanbHas YacTb NPONUOHATOB 06pa3yeTcs B KMWEYHVKE B pE3ybTaTe LesiTeNbHOCTY 3HOOreHHOW dhnopsl. HakonneHve
OpraHnyeckmx KMcnoT (MPOrnMOHOBOM, TOPOKCUNPONOHOBOM, METUIIMMOHHOM 1 Op.) BeAEeT K TSXeNoMy
MeTabonMyeckoMy KeToaunao3y, BTOPUYHON rMnepaMMOHUEMIN, TUNepr ANLMHEMUM, TUNOT IMKEMUN. T1OBbIWEHHbINA
YPOBEHb B KPOBU M BbICOKAS NMOYEYHAS 9KCKPELWs MPOMNMOHNIKAPHUTHA 06YCNOBNMBAOT UCTOLLEHUE 3aMacoB KapHUTMHA
W ero BTOPUYHbIV AeuUNnT.

KnunHnyeckune nposisnneHuns

OcobeHHOCTbI0 KnuHUYeckux nposisneHnit npu HBAO siBnsieTcst TOT ¢hakT, 4T pebeHOK poXLaeTCs BHEWHE 3L0POBbIM 1
B 3aBMCVMOCTM OT CTeneHn gedekta oepMeHTa CUMNTOMbI MOryT NPOSIBASTLCS KaK B NepBble AHU U HEAENW nocne
poxJeHusi, Tak 1 B bonee oToaneHHOM Nepuoae B pesynbTaTe XPOHUYECKOR MHTOKCMKaLum.

Mpwu knaccuyeckoit goopme BKCM, ¢ ocTaToyHol akTUBHOCTbIO dhepMeHTa MeHee 3%, cuMnToMbl 3aboneBaHus
NosIBNAOTCA B NEPBble AHW Nocie poxAeHns pebeHka. Ha dooHe KopMneHust rpyAHbIM MOJIOKOM MM MOJIOYHOM CMEChIo
HabnionaeTcs peskoe yxyaweHne obwero COCTOSAHMS: BSNOCTb, KOTOpas MOXET CMEHSATbCS NOBLIWEHHOR BO36YyANMOCTbIO,
BO3MO>XHO BO3HWKHOBEHWE YNOPHOWA PBOTLI, 0TKa3a OT NWLLK, CYy0POr, KOMATO3HOIO COCTOSHNS, LMaHo3a, HapyLeHns
OblxaHus (anHoe).

B cnyuyae HapacTaHng npmM3HakoB aHUedanonaTnm y HoBopoxaeHHbix getert ¢ BKCM B nnasme kpoBy oTMeyaoTcs
MOBbIWEHNE KOHLEHTpauumy naTtoreHeTUY4eCckKn 3HaYMMbIX aMUHOKUCTOT (NeiunHa, n3onenuuHa, sanvnHa), Bknioyas
annousoneiuuH (allo-ILE), a Takxe obliee HapyleHne COOTHOLWEHUS KOHLEHTpaLUuii aMMHOKUCAOT cnycTs 12—24 4 nocne
poxaeHus. MNosblweHre aekapbokcunasbl NPon3BoaHbIX a-keTokucnoTel (BCKAS) 1 reHepannsoBaHHas KeTOHypUs,
pasfapaxuTenbHOCTb U CHUXEHWE anneTuTa (NNoxXoe cocaHne) MOryT BO3HMKATb Yepes 24—72 u; ycyrybneHue
SHUedanonaTtum, NPosIBNSIOWEECS B BULE BANOCTMW, MepeMeXarolerocs anHoa, ONUCTOTOHYca N CTEPEOTUMHbIX
OBUXEHWI, TaKnX Kak «pexToBaHne» 1 «e3fa Ha senocunene», Ha 4—5 aeHb. [py Hanuymm nporpeccmpyrowmx
N3MEHEHU KOMa 1 LeHTpanbHas gpixatefnbHas HeAoCTaTOYHOCTb MOrYT BO3HUKHYTb Ha 7—10 gHu. Opyrue goopmbl
3abonesanust BKCM c pa3nuyHoii CTeENEHbIO YACTUYHON aKTUBHOCTY (DEPMEHTOB, BK/IHOYAS MPOMEXYTOUHY!HO,
WHTEPMUTTUPYIOLWYIO, TUAMWH-32BUCKMYIO, MOTYT NMPUBECTU K TSXENOW XPOHNYECKOA MeTaboNMYecKoi UHTOKCUKaLNK 1
pPasBUTUIO XPOHUYECKOM aHLegpanonatum ¢ katabonmyeckm CTPeccoM.

Y peteli cTaple 1 roga npu 0TCYTCTBMU CBOEBPEMEHHO NMOCTABIEHHOr0 AMarHO3a NPOrpeccrpyoT NPU3Hakn 3aaepXKiu
MCUXOMOTOPHOMO Pa3BUTKSA, YMCTBEHHAS OTCTANOCTb, 9PUTEMATO3HbIE BbIChINAHUS, YAaCTble MHAPEKLUMOHHbIE 3aboneBaHus,
CYIOPOXHbi cuHapoM. Y 6onblmHcTBa 6onbHbix BKCM oTMevYaeTcsi cneumndpmnyeckmnii 3anax Modu.

CxeMa 0CHOBHbIX K/IMHUYECKMX NPOSBNEHUI 1 MeTabonMueckmx HapyweHuii, Habnionatowmxcs npy BKCM,
METM/IMaNOHOBO/NPOMNMOHOBOM aumaypusix, NpeacTasneHa B 1abn. 1.



Tatinuya 1

Hapy wennA MeTaGoRMMECKOND MYTH AMKKONNCART C PAIBETRNCHHON HENLKW. KNHEAYECKARA KAPTHHA, PEIYNLTATEI H TEPANEETHYECKRE

napxaps [T]
"::;':::":‘l:s.m KRHEHSECKWE NP ORBNESHE Peaynetar | mcxon) TepaneaTH4ECKHE DONE0NL
Bifeass KNEHOBOMD Knaccwyecudn QOpua: RATIIIAE/ WsTENASKTYANbHEIE PACCTRORCTEL' | Drpamweenne Newlmua
cipona Da3APAMHTEALHOC T, MPOT PECCHPYIOWER WHEAMEAROCTE B Z2EHCHMOCTH OT + BEICORDKANOPHRHEIE CMECH GEa
MKE-10: ET1.0 IS DANDNATIA, DNMCTOTONYT, KDMA AOIPACTA AHATHOCTHKMA APL] [N@@uana, HIONEALAHS o
TipDaekncy Towm a3 POPpEE waTAGIANACKIA W MATARONWYACKO T KDTPONA BENaH)
AN 0NATIA HA POHE CTPRCER, AHDDEKCHA, GBI, facnosoAcTen, Benpecius + BAMKK ¥ HIDNSALAH, TREOTIMUH
FAFE0mKA POCTA W BEIENTHS MpenafAWAR 3HuSDanonaTns andsmn (Mpw Heofxo JaNOCTH)
MHTEPMNTTHEYIOUSAS (IOPMI HOPMANLH0E PAHHER | TRNODAKTHEWOCT, DMATDEER + THAMNM [ @ CODTRATCTRIA
DAIRATHE, 2NeI0FNYECENE KDUINCE, CEAZAHEDS BNCTOENE, xOPROATATO, ATdninA I ToHOTw (i)
OO CTPECCoM AMHEOKBCNOTHEIA AN A0y T0R MyReTrEnTaNmrEL, MRHEDAAL
THamHEIABNCHMAR POPMA: CHO0H3 G WY TOMTMEHEIR QedinuaT TpaHCANAHTAUMA NE9EHM
NDORERY TOHHOA, YAy LsEwibe GA0KM MY BCKOT D (KNACCHSECKHRA BIDMANHT]
NPOEUAA G TisdsmH0m
Tn Wiz Aespuunt E3-npoTensa — shue@anonaran
N0 Tany i, MAXTATaNN00, 43CTO NETARRHEIR
(MHTCH DM PHARLHOR JAEANSREHNE)
MaTHNWANOHOBAR PamLmBie[y0ugnl koTO3gu10d M POHBCKAS NCEYHER OrpauwedHmh GenKa
Aunype AHDDEKCHA, 380K PIIENTHA HENOCTAT CHHOCTE [ETTER T F TS TR
MEKE-10: EM1.1 lenaTomeransa NosEsiii K3MaNLUEELIA AUWZ0I AMHHOCHCROTHIE CMBCH Gal
THREDTNMUMHAMHE, TANSAMMOHINHE, KOWA PRUARHEAROUMA NAHEPaATHT L-manaaiymsd, L-MaTi0mud
MakurToNdErA DCTaoMH0e L-TpaCsiHa i L-BaMmHa
THROTOHNA MeTadonessciml RHCYRLT & 20HE L-wapHnTHE
BNBAHOMD WAPA, CRACTHYECKHA Beefenne SuxapdoHaTa wim yaTpara
TETRANEPAI, XOPACATETOE, Wb s sE DONHOTEHHOA
BHCTOHRE MHEDDDA00e KA YUK
WHTENAEKTYANLHEE DACCTRORCTED | (WETDOHMAZI0N KNA HEOMHLIHH]
MaxyROnaTiA W CRENDTA TagpoxcAKDAANANNK [MALNEHTE
CYROpara, yMCTERHMAR OTCTANDCTE C COMBTANMM M [DODMEMH)
Napacafxa Niyssn windin No4ex
(OTAEMEHEIE NALHEHTE)
lagpocakobanammns w SETAHH
(NP# COYATAHME [PO0WAX)
MpoAudHIBaS Proagie LB Dy g KATOAmgN0D KapedmuonaTen Drpanwsdxmd Gankd
ANOYONS (AURAEMHE) | THREDINAUAHEMNAS, TANSDAMMOHEMNE, ROME =IMMAENTHEECKIE= DR LAKN Bt Caodkan DpHAHEIE CHECH
MEKE-10: ET1.1 HeRTROMEHRA, TROMGOUNTONERHA PEUASHEARYOWMRA NAHKPEATHT AMHHORACROTHRIE CMBCH 023 BaRNHa,
TumOTORNE DeTaomopod WEO B psd, MOTROHAHA. TG
WHTENRERTYAN:HE DACCTRORCTEA | BEemenns SumapioHaTa wim unTpara
WMEsE LS NIDORAOTEHHOR
MHEDDQIAORE KHILEYHAKA
(METROMMGAI0N WA HEOMALHI]
Nepecaixa nesesn

AdunarHocTtuka

Knaccuueckas gnarHoctvka BKCM npoBonmtcs Ha 6a3e MeOMKO-FEHETUYECKOrO LLIEHTPA BPAYOM-TEHETUKOM 1 OCHOBAHA
Ha aHanv3e PooOCNOBHOM, JaHHbIX aHAMHE3a, KNIMHWYECKMX NPOSIBNEHNI, pe3ynbTaTtax aHann3a ypoBHS aMMHOKMCOT
neviunHa, usonenumHa, BaavmHa B KPOBY C NOACHETOM COOTHOWEHNS NeALMH/anaHnH, onpeaeneHnn noYeyHo aKcKkpeLmm
OpraHnyYeckmx KUCNoT — 2-KETOM30KaNPOHOBOW, 2-KeTo-3-MeTUNBaNepnaHoBoi, 2-KeTON30BaIepPUaAHOBOIA.

Ha npakTuke, B cnyyae nofo3peHuns Ha 3abonesaHne npy HanMuuM ocTporo MeTabonnyeckoro Kpusa nunu B cnyyae
TSXKENOoro cocTosHMs pebeHka B cTaumoHape, peKoMeHayeTcs onpeaeneHne KUCNoTHO-WENOYHOro COCTOSIHUS KPOBY
(cito!). KnuHnyeckas kaptuHa y pebeHka ¢ BKCM B T enoM cocTosiHUM CONpoBOX AaeTcs MeTabonmyeckmm
KeToaunno3oM, rnoHaTprueMneit, Fmnor iukeMne, yrpo3oii passmutus oteka Mosra u TpebyeT MHTEHCUBHOW KOppeKLnm
BbISIBIEHHbBIX HAapYLWeHWA. [na noATBepXAeHNa AMarHo3a v npy nogo3peHnn Ha HacneacTBeHHOe HapylleHre
aMVHOKUCNOTHOro obMeHa Heobxoamnma KOHCY IbTauus reHeTuka. MiccnenoBaHve cofepxaHusi aMMHOKMCIOT,
OopraHMyecknx KUCNOT, aunIKapHUTUHOB B KPOBU N MOYe MPOBOAAT 00 Havana nevyeHus [3, 5, 6].

Bo3amoxHble konebaHns KOHLEHTpaumuM aMMHOKMCAOT B nnasme kposu y 6onbHbix ¢ BKCM npeacTtaeneHbl B Tabn. 2.

Ta6nuua 2

Pa36poc KOHUEHTPaLKHA AMMHOKHCAOT € PA3BETENEHHON LenLI
B MNa3Me KPOBK YCNOBHO 30POBLIX M GonkHux BKCM peteii [3]

AMHHOKMCNOTA, YCNOBHO 3Q0P0OBLIE BONbHLIE ¢ HONEIHLKH
MEMONL/N HETh «KJNIEHOBOTD CHpona»
WNaoneAymrn 26-91 20012000
NeduwnH 48-160 500-5000
Banuu 86-190 5001800
ANNOWI0NEALNH 0-5 72-220

ANNON30NENUMH SBNSETCS XMMUYECKUM NPOU3BOAHBIM U30NEMLMHA U NpeacTaBnsieT coboi camblii YyBCTBUTENbHbIA U
crneumguyecknini gnarHoctmyeckuii mapkep ans scex goopm BKCM. AnnonsoneiiumH nna3mbl coctaBnseTt < 5 MKkMonb/ny
3[0POBbIX OETEN 1 B3POCNbIX Y NPEBLIWAET 3TO 3Ha4YeHNEe B 94% 1 99,9% 06pasLioB y NAUMEHTOB C MPOMEXYTOYHBIMUA 1
knaccunyecknummn popmamm BKCM cooTeeTCcTBEHHO. B KayecTBe OCHOBHbIX METOA0B MOATBEPXAEHUS AMarHo3a
pPEKOMeHyeTCs NpoBeeHne TaHaeMHo macc-cnekTpometpum (MC/MC) n aMMHOKMCNOTHOMO aHanmusa ¢ nomoLlbio
rasosoii xpomatorpadum. OKkoHuaTenbHbIA NabopaTopHbIA AMarHo3 UMeeT pelatollee 3HayeHne Ans NoLTBEPXAeHNS
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BKCM, nockonbky ee KnnHuyeckas kapTuHa OT/M4aeTCsl Bblpa>kK eHHbIM NMONMMOPU3MOM 1 MOXET BblTb NMoxoxXa Ha
Opyrue BpoxaeHHble nedoekTel MeTabonmama [9].

JleyeHne

Knaccuyeckuin BapuaHT BKCM sBnsetcs O4HNM U3 CaMbiX NBMEHYUBDLIX N OMNACHbIX HACNeACTBEHHbIX MeTa6OJ'II/Il-IeCKI/IX
COCTOSIHWIA: pe3kue NoAbEMbI YPOBHS NeLMHA 1 O-KETOM30KaNPoHoBOW kucnoThl (aKIC) Bbi3biBaOT METABONNYECKYIO
SHLI,eCpa)'IOI'IaTI/IIO n KpVITI/I‘-IeCKI/IVI OTeK M0o3ra, B TO BpeMs Kak XpOHVI‘-IeCKI/IVI ,umc6anch AMUHOKUCNIOT n
HeMpOTPaHCMUTTEPOB NPeaCTaBseT ONAaCHOCTb B MNaHe CHUXEHUS MHTENNEeKTyanbHbIX OYHKLUUIM, NPUBOAUT K CHUXEHWIO
namMaTm U BHUMaHuA, YMCTBeHHOVI OTCTANIOCTU, HAPYWEHNIO NCMOJTHUTETbHbIX prHKLI,I/II7I N pa3BUTUIO NCUXNYECKOro
3aboneBaHus.

CTpOI'aFI anetnyeckas tepanma ¢ orpaHn4eHmem natoreHeTnyeckm 3Ha4nmMbix aMMHOKUCNOT U Ha3Ha4YeHneM
cneumann3npoBsaHHbIX aMUHOKMUCITIOTHbIX CcMecel oueTnyeckoro (}'Ie‘-le6HOFO ﬂI/ITaHI/Iﬂ) ABNsAeTCA OCHOBHbIM METO40M
ne4vyeHus 60ﬂbeIX, Ha3HavyaeTca npn nooo3peHnn Ha HacneancTtseHHoe HapylweHne aMMHOKUCNOTHOro obmeHa Cpagy nocne
B34ATNA aHann30B.

MockonbKy [o NonyyYeHWs pesynbTatoB nabopatopHoro o6cnenoBaHNs HEBO3MOXHO TOYHO ONPEeAENUTb TOT NN MHOIA
TUMN aMMHOAUMAONATUN UM OPraHNYecKoi aunaypun, NepebiM Warom B 1e4eHnn Takmx 60MbHbIX SBNSETCS YMEHbLIEHWE
CYTOYHOI [03bl NOTPEONAEMOro C eCTECTBEHHOW NULLEN (rPYyLHBIM MONOKOM UMK aLanTUPOBaHHON MOMOYHOI CMECHIO)
6enka no 1 r Ha Kr maccbl Tena 60/bHOr0 Hapsay ¢ KOPPEKLMER KUCNOTHO-ILENOYHOrO PABHOBECHS U APYroi
HeobxoAaMMoi cuMnToMaTtmyeckoi Tepanmeli. Kak Tonbko anarHos 6yaet noATBepXAeH, nauneHTy TpebyeTcs mpoBecTy
nepepacyeT NUTaHNS 1 Kak MOXHO paHblie BBECTU B pauUMOH Npenapartbl ne4ebHOro NuTaHuns, He cogepxalume
naToreHeTUYecKn 3HaYUMbIX ISl KOHKPeTHOro 3abonesaHns aMmmHokucnoT. Mpenapat ne4yebHOro NUTaHUS AONXEH
3amellatb 0kono 50% cyTouyHoit noTpebHoCcTY nauneHTa B Henke.

MpooyKT cneunanMa3npoBaHHOro nevyebHOro NMTaHns XxenaTenbHO BBOAUTb B paumnoH pebeHka nocTeneHHo, 4Tobbl He
BbI3BATb OMCMENTUYECKNX HAPYLWEHWUIA, HO MHOFAA, MPW TSXXENO0M COCTOSIHUM 60NIbHOr0 (4TO AOBOJIbHO YacTo HabntogaeTcs
MpU KNacCUYECKOM NENLMHO3E), BO3MOXHO Ha3Ha4YeHWe neyebHOro nutaHus cpasy B 60nbWoOM obbeme.

Onsa netel paHHEro Bo3pacta LienecoobpasHo NCrMonb30BaTh Creumanm3npoBaHHble MPOoAYKThl Ne4ebHOro NTaHns ¢
6onee HU3KUM 3KBMBaNEHTOM Genka, YTOo yNy4laeT ero NepeHoCMMOCTb ELLe HE3PENON NUILEBAPUTENBHON CUCTEMOIA
nauveHTa. B panbHeiwem MOryT UCMonb30BaThCs CMecy ¢ BONbLIUM CoepXaHneM akerBaneHTa 6enka. MNpuHuMnmanbHo
BaXHO, 4T0Obl B IMHENKE NPOAYKTOB CMELMANM3MPOBAHHOIO Ne4yebHOro NUTaHns ANs NauMeHToB PasnyHbIX BO3PACTOB
6bInn CMecy ¢ pasHbiM 3KBUBANEHTHBIM cofepXaHuem H6enka. 3To No3BoNseT chenatb auetotepanuio 6onee
afanTupoBaHHOM K BO3PACTY NnaumeHTa u 0Co6eHHOCTSIM ero Metabonuama.

CrneunannavnposaHHble NPoayKTbl AMEeTUYECKOro fe4ebHoro nMTaHus 6e3 natoreHeTMYecKy 3Ha4MMbIX aMUHOKMCNOT ANs
fleyeHns HacneacTBeHHbIX 6onesHeln obMeHa BewecTs UCMoNbayoTcs B Mupe 6onee 50 ner.

Tpe6OBaHI/I9|, npenobsaBsnsaemble K cneynann3mpoBaHHbIM ANETUYECKUM (ﬂel-le6HbIM) CMecCsM, NOCTOSAHHO
COBEpPLLEHCTBYIOTCA. ExepnHeBHas HopMa nevyebHoro npoaykTta paccHutbiBaeTCa MHOMBMUAOYanbHO B COOTBETCTBUN C
I'IOTpe6HOCT9IMVI B Henke u BapbupyeTcsa B 3aBUCMMOCTN OT BO3pacTa, MaccCbl Tena n KNMHN4eCkKoro COCTodHuA.
HemanoBa>xHbIM Tpe6OBaHI/IeM K NeyeOHbIM npooyktam aBnseTcd Hannyme B nevyebHbIX CMecsiX HeobX0aUMbIX opraHmn3my
Ba>XXHbIX MakKpo- N MUKPOHYTPNEHTOB, MMHEepanos 1 BUTAMUHOB B COOTBETCTBMW C BO3PaCTHbIMM HOPpMaMin, NO3TOMY COCTaB
COBPEMEHHbIX CMECeil fOoXeH 6biTb MaKCUManbHO aganTupoBaH K I'IOTpeéHOCTFIM nauneHToB pa3HbIX BO3PACTOB.

VcTouHrkoM Befka B COBPEMEHHbIX CMECAX ANeTUYecKoro (ne4yebHoro) NUTaHns, npeaHasHaYeHHbIX ONs NauneHToB ¢
BKCM, a Takxe ¢ METUIMaNOHOBOW, MPONVOHOBON aumMaeMmnei, cnyxat cbanaHCcMpoBaHHbIE CMECU 3aMEeHNMbIX U
He3aMeHNMbIX aMUHOKMCNOT, HEOOXOAUMbIX A4S HOPMAJIbHOTrO POCTa M Pa3BUTUS, 3a UCKITIOYEHNEM NAToreHeTUYecKn
3HAYMMbIX aMUHOKMUCIIOT.

BBuay HN3KOM BCTPEeYaeMoCTn opraHnyeckux aumaypui s nonynsaumm — 1:60 000—200 000 HOBOPOXX AEHHbIX, OTCYTCTBUS
MOBCEMECTHOro 0653aTeNbHOro HeoHaTanbHOro CKPUHUHIA HOBOPOX AEHHBIX B Poccumiickoin @epepaunm, nposeneHme
WWPOKUX KIMHNYECKNX PAHOOMU3NPOBAHHBIX UCCNIeA0BaHNA HE NPeACcTaBnsaeTcs BO3MOXHbIM. OCHOBHOW OMbIT
1ccnefoBaHNn UCNONb30BaHUS CNELNANM3NPOBaHHbIX CMECEN NPOBOAMTCS 3a PyOeXOoM.

LOnsa netei, ¢ poxaeHus ctpagaowmnx BKCM, B BospacTe o1 0 80 12 MecsLeB B KA4eCTBE OCHOBHOMO MCTOYHUKA MUTAHNS,
a TakXe 1 B Ka4yecTBe JOMONIHUTENbHOro NUTaHWUs ans getein Ao 3 net P® ucnonbayloTcs cneunanmsnpoBaHHble CMecu
MSUD Anamukc NHpaHT, MMA/PA AHamukc VIHgaHT, a Takke CMecu Opyrux nponm3BoanTeneit, B TOM YACIE POCCUACKMX.

LOns neteit ctapwe 1 rona v ons 6onee crapwmx Bo3pacTHbIX rpynn B Poccuiickoin ®enepaunm 3aperucTpmupoBaHsbl
COBPEMEHHbIE NPOLYKThI C YNYYIWEHHbIM COCTAaBOM, a4anTUPOBaHHbLIM K NMOTPEBHOCTAM NUTAHNS NaLWEHTOB B
COOTBETCTBUU C OM3NONOrMYECKUMU NOTpeBHOCTAMU B Benke, Makpo- 1 MUKPOHYTPUEHTaXx.

970 cyxve cMecu, NpefHa3HavYeHHble ons AneTu4eckoro nevyebHoro NnutaHmst 60NbHBIX C OPraHMYeckoin aunaypuei
(aumoemuein) — metTnnmanoHoson nnu nponunoHosol: Milupa® OS 2 Prima — ans neteii ctapwe 1 roga, Milupa® OS 2



Secunda — ons nutaHus geten ctapwe 8 net v nogpoctkos, Milupa® OS 3 Advanta — ons nutaHws geten ctapwe 15
NeT 1 B3POCHbIX.

McTouHrkoM Benka B cMecsix CnyXuT cbanaHcupoBaHHasi CMECb 3aMEHUMBIX U HE3aMEHUMbIX aMUHOKUCIOT, HEOHX0AUMbIX
N9 HOpManbHOro pocTa 1 pasBuTus, 3a UCKNoyeHnem L-nsoneumnHa, L-metuoHunHa, L-tpeoHnHa n L-sanuHa. Cmecu He
cooep>XaT XMUpOoB, 4TO NO3BONSIET BapbMpoBaTh AneTy B Bonee WMpoKMx Npefenax u yaoBneTBopsiTb NOTPebHOCTb B
XVpe 3a cYeT ApYyrux NpoaykToB, a TakXe No3BOSeT UCNONb30BaTb OTHOCUTESNIbHO BLICOKYHO KOHLIEHTPaLMIO
AMWHOKMCIIOT MPW YMEHbBLIEHHOM CYTOYHOM KOMIMYECTBE CMECU. VICTOYHMKOM YrNeBOLOB B AaHHbIX MPOAYKTaX CAyXUT
ManbToLeKCTpWH. JleuebHble cMecy codepxaT Bce HeobXxoauMble MUHepPasbHble BELWEeCTBa UCXOAS N3 BO3PACTHbBIX HOPM
(kanuit, kanbumia, ocdop, MarHuii, Xeneso, UMHK, Mefb, MapraHel, hog, ceneH, xpom, MmonnbaeH) n sutammHsbl (A, D3, E,
K1, By, Bo, Bg, Byo, PP, C, chonuesyto KUCnoTy, NaHTOTEHOBYIO KMCNOTY, BUOTWH), @ TakXXe XONUH, UHO3UT, L-KapHUTWH,
YPOBEHb KOTOPbIX MO3BOMSET YAOBNETBOPUTL PU3NONOrMYeckne noTpedbHoCTH.

LleHTp MeTabonnueckmx HapyweHuin KnnHuku Meirgensb6eprckoro yHuBepcuteTa (fepmaHus), SBASeTcs 04HUM U3
BeOyLWNX MeaULMHCKUX LeHTPOB Mo NevyeHunto metabonnyeckmx 6onesHeit B Mupe 1 obecrnednsaeT neyeHme 60nbworo
ymcra nauneHToB Ha NpoTsiXeHun yxe 6onee 50 nerT.

CornacHo oT3blBaM AaHHOro LleHTpa npuMeHeHre cneumanma3npoBaHHbiX NevebHbIX (AneTnyYeckmx) NpoaykToB B COCTaBe
KOMMNEKCHOW Tepanumn y 81 60/1bHOr0 C METUIMAaNoHOBO 1 NponroHoBol aunaypusaMn — Milupa® OS 2 Prima (32
naumeHTa B Bo3pacte 1-8 net), Milupa® OS 2 Secunda (28 nauneHToB B Bo3pacTte 9-15 neT), Milupa® OS 3 Advanta (21
naumeHT, Bo3pacT oT 16 neT u ctaple) nokasano CBOK KINMHUYECKY0 adodpeKTUBHOCTb U BesonacHocTb [10].

B Poccuiickoih ®enepaumm Takxe 0OCTynHa 0OHOBNEHHAs NMHeKa crneumnannanpoBaHHbIX NPOoayKTOB AJS NAaLMEHTOB C
BKCM: koTopas npeactasneHa cyxumm cmecsmu: Milupa® MSUD 2 Prima — ans neteli ctapwe 1 roga, Milupa® MSUD 2
Secunda — gns peteli ctaplwe 8 net n nogpoctkos, Milupa® MSUD 3 Advanta — ans getei ctapwe 15 neT n B3poChbIX.
OnbiT LleHTpa MeTabonunyeckmx HapyleHuii KnuHuky IMeiioensbeprckoro yHuBepcuTeTa no NpUMEHeHuo
CneunannanpoBaHHbIX neYebHbIX (AMeTUYEeCKUX) NMPOAYKTOB NMUTaHNSA Y NaUMEHTOB ¢ 60Ne3HbIO KNIEHOBOrO crpona:
Milupa® MSUD 2 Prima (25 naumeHTtoB), Milupa® MSUD 2 Secunda (20 nauneHTtoB), Milupa® MSUD 3 Advanta (16
naumeHTOB) Nokasars, YTo perynsipHoe UCrnonb3oBaHne 3TUX NeYyebHbIX NULLEBLIX NMPOAYKTOB KakK 4acTu KOMMIEKCHOM
Tepanuu No3BossieT NauneHTam ¢ NeiuMHO30M NoaaepXmBaTe MeTabonmyeckne NpoLecchl B MPUEMNEMbIX paMKax,
CHU3NTb TAXECTb KOFHUTUBHBIX U NCUXUYECKMX HapYLWEHUIA, @ TaKXe YacTOTy BO3HUKHOBEHUS METABONNYECKMX KPU30B
[10].

Lns oueHkn ahhpek TUBHOCTM 1 6e30MacHOCTU creumanbHbiX NPoaykToB nedebHoro (anetunyeckoro) nutaHus Milupa®
MSUD 2 Prima, Milupa® MSUD 2 Secunda, Milupa® MSUD 3 Advanta kak 4acTu KoMniekcHoi Tepanun Ha 6ase LleHTpa
Ha perynspHon OCHOBE OLIEHVBAICS MOHUTOPUHI NULLEBOrO cTatyca n hakTUYECKOro NUTaHNs NauneHToB, KIMHUYECKUIA
aHanus3 KpPoBM, nokasaTtenu remornobuHa, obuwero 6enka, anbbymMmHa, rnoKo3bl, MOYEBUHDI, CHIBOPOTOYHOMO Xenesa,
HaTpus, nakTaTa, XonecTepnHOBOro K03 MLMEHTA aTepOreHHOCTH, aMUHOKMCIOT, CBOBOLHOr0 KapHUTMHA, 9KCKPELLMK
KEeTOKWUCNOT C pa3BeTB/IEHHOM CETbIO C MOYON.

Mo onbiTy HabnoaeHwin LieHTpa negnaTpum 1 NoApOCTKOBON MeanLmHbl KnnHuku Meinens6eprckoro yHuBepcuteTa u
LpYrux MHCTUTYTOB ["'epMaHnu, bnarogaps CBOeMy COCTaBy NPOAYKTbl OTNIMYAIOTCS XOpOLWel NEPEHOCMMOCTbIO 1
6e3onacHocTbio. HeraTtneHble 0T3blBbl OTCYTCTBYHOT [10].

PerynﬂpHoe NCcnonb3oBaHNe yKa3aHHbIX nevyebHbIX NULLEBbIX npoAOyKTOB Kak 4acTtu KOMMNEKCHOW Tepanun no3sonsaeT
naumeHTam ¢ neunHO30M nogonepXxwueatb meTabonunyeckne npouecchbl B npuemMnembliX pamkax, CHU3NTb TAXeCTb
KOFHUTUBHbIX U MCUXNYECKMX HApPYLWEeHWA, a TakXe 4acToTy BO3HUKHOBEHUS mMeTabonmyeckunx Kpn308B.

O6cyxpeHue

PaHHs9 auarHoctuka 1 CBOeBpPEMEHHOE Ha3HaYeHNEe NaTOreHETUYECKO Tepanum — 3TO 3a0r ycrexa B NeYeHnm
60/bHbIX C 06MeHHbIMM 3aboneBaHnaMn. neToTepanuns ¢ NPUMEHEHNEM CNeELManM3npoBaHHbIX NPOAYKTOB NneyebHoro
(omeTmyeckoro) NUTaHNs 6ONbHbBIX C OPraHUYeCcKMMI aunoypusiMi U aMMHOALMAYPUSAMI B HACTOSILLEE BPEMS SBNSIETCS
OCHOBHbIM METOJLIOM flEYEHMS!, KOTOPbIA NO3BONSET CHU3UTb BbIPAXEHHOCTb HEBPONIOMMYECKUX HAPYLWEHWUIA U 4aCTOTY
meTabonuyeckux kpnsos. OgHako aneToTepanus TpebyeTt NOCTOSHHOMO KOHTPONS, KOPPEKLNM 1 HABNIOAEHUS CO CTOPOHbI
reHeTVKOB, NEAMATPOB, HEBPOJIOroB, ANETONOrOB 1 POLMTENEN NaLNeHTOB.

B nocnenHux 3apybexxHbix nybnvkaumsax BcTpeyatotcs daHHble 30-n1eTHero HabniofeHns o nevyeHmu,
MPOAOXMNTENBHOCTY XMU3HW, YacToTe rocnuTannsaunm, MeToaax MetTaboimyeckoro KOHTPOS U TpaHCchaaHTauum neveHn
y NaUMEHTOB C KNacCM4eckon (T. e. TAXenow; n = 176), npoMexXyToyHow (n = 6) u npepbiBucToi (N = 2) oopmamn BKCM B
o6wW1He MEHHOHUTOB, NPoXMBatowWMX B wTaTte MNeHcunbeaHus. [laHHas rpynna xapakTepuayeTcs BbICOKON YacToToM
BCTPEYaeMoCTu TSXenon («knaccuyeckoin») BKCM 1:400 cpeamn HOBOpoX AeHHbIX [8]. B nccnenosaHum 6bi10 nokasaHo,
yto 11 (87%) 13 30 MEHHOHMTOB, POAMBLIMXCS C Knaccuyeckoi gpopmoit BKCM (1963—1988 rr.) oo Havana HabnoaeHus,
YMep/n 0T OC/IOXHEHUIA MeTabonmyeckoi sHuedanonaTum B BospacTe oT 36 gHeli Ao 9,7 roaa. Cpean 145 naumeHToB ¢
knaccuyeckoit gpopmoit BKCM, npoxoamslmx HabntoaeHne 1 KOMNIEKCHOE Ne4YeHne B KNIMHMKE, B TOM YuCne C

MCMONb30BaHNEM CMELNaNN3MPOBaHHbIX aMUHOKUCNOTHBIX (POPMY N, CMEPTHOCTb Bblna HUXe ()(2 = 37,9, p < 0,0001).



Cpean poamsuwumxcs nocne 1988 r. oeoe (1,4%) ymepnn oT OCNOXHEHWA oTeka Mo3ra (B Bo3pacTte 9,6 n 15,4 rona), n oauH
yMep OT OCTPOro BMpyCcHOro Muokapauta (2,3 roga). bespeumaomeHas BbIXXMBAEMOCTb HE OTAMYANACh MEX LY MEHHOHUTOM

(n = 89) 1 HeMeHHOHNTOM (n = 57) cpeawn nauMeHToB, poamelmMxcs nocne 1988 r. (x2 = 0,51, p = 0,477). CnenyeT Takxe
OTMETUTb, YTO y ABajUaTh aetei (49%) sabonesaHune 66110 0bHapyXeHo 6naroaaps rocyLapCTBEHHOM NporpamMme
HeoHaTanbHOro ckpuHuHra [8]. Takmm obpa3oM, CTaH4aPTHBIA NPOTOKOS, BKIOYAKOWWIA METOLbI PaHHErO BbISIBNEHUS
3ab60neBaHuWsl, CBOEBPEMEHHOMO Hayana KOHTPONMpyeMol anetoTepanum 601bHbIX NO3BONSET 3HAYUTENbHO CHU3UTb
CMEPTHOCTb U YBENNYNTb MPOAOIXUTENBHOCTb XU3HM nauneHTos ¢ BKCM.

Mpwy OTCYTCTBMM CBOEBPEMEHHOI ANArHOCTMKUN, HYTPUTUBHOK KOPpPeKLUM pa3BmnTme anm3onoB MeTabonmyeckoro kpusa Ha
PoHe AeKOoMMNeHcauun B CUy pasinyHbiX NPUYMH ABNSETCS NOTEHUMANbHO ONacHbIM ANs NaumneHTa n 3aTpaTtHbIM Ans
cucTeMbl 3apasooxpaHeHus. [NposeneHne TpaHcnnaHTauum nevyeHy No3BonseT B psaae cnyyaes BOCCTAHOBUTbL roMeocTas
APLI, ooHako 970 MMEET HEMPOLONXUTENbHbBIN 3ddekT [8]. Taknm 06pasom, coxpaHseTcs He0bXxo0AMMOCTb B
COBEpPLIEHCTBOBaHUM BO3MOXHOCTEW CBOEBPEMEHHOI AMArHOCTVKM AaHHbIX 3abonesaHuii, paspaboTtke bonee
YHVBepcarbHbIX METOLOB YNy4lleHHo 6e3onacHoii, 60ne3Hb-MoanLMpyoLWel Tepanmm.

3aknoyeHue

Mpu OTCYTCTBUM CBOEBPEMEHHOI ANATHOCTUKMN N HYTPUTUBHON KOPPEKLMI pa3BUTME aNM3040B MeTaboNMYecKoro kpmaa
Ha oHe JeKOMMeHcaUuy B CUNy pasinyHbIX MPUYMH SBASETCS NOTEHUMAaNbHO OnacHbIM A5 NauneHTa 1 3aTpaTHbIM Ans
CUCTEMbI 34PaBOOXPAHEHUSI.

BoamoxHocTK paHHen onarHoCTUKM N CBOEBPEMEHHO HA4YaTOM gMetoTepanuu ¢ NpUMeHeHeM cneumann3mpoBaHHbIX
npoaOykKToB nevyebHOro (,D,I/IeTI/Il-IeCKOFO) NUTaHns 60JbHBIX C opraHmn4YecknMn aungypmnamm rno3BoiA0T NOBbICUTb
BbIXXVBAEMOCTb OOJbHbIX.

B HacToswee BpeMsa omnetotepanusd ¢ npuMeHeHneM CoBpeMeHHbIX, aaanTupoBaHHbIX NO BO3pacTy cneunann3npoBaHHbIX
npoaoykKToB nevyebHOro (,D,I/IeTI/Il-IeCKOFO) NUTaHMA SBNSIETCS OCHOBHbIM MeToaoM nedveHuss HBAO, KOTOprI7I nos3sonseT
KOHTpONMpoBaTb meTabonunyeckune npoueccobl B npueMneMblx pamMkax, CHU3UTb TAXeCTb N Bblpa>XXeHHOCTb
HEBPONOrn4eCkux, KOrHNTUBHbIX N MCUXNYECKUX HapyLuean7|, a TakXe 4aCToTy BO3HUKHOBEHUA meTabonmnyeckunx KPn308B.

Marepuan nogrotosneH npu nogaepxke komnarnmy OO0 «HytpuLms».
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