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Mockosckuli HUN neduampuu u demckKoli xupypeuu MuH30pasa PO

CTaTbA NOCBALLEHA aKTya/IbHO U MaJION3BECTHOM LUMPOKOMY Kpyry Bpayeit npobneme -
OMNArHOCTUKE U JIeYeHUIO BPOXKAEHHbIX aedeKToB MeTaboaM3ma B HEOHATaZIbHOM nepuoge.
OnucbIBalOTCA CUMNTOMbI, HA OCHOBAaHMM KOTOPbIX NeguaTp U HeBpoJIor MOryT 3anog03puUTb
Yy HOBOPOXKAEHHOro metaboanyeckoe 3abonesaHue, NpUBOAUTCA aNrOPUTM HeobxoaUMMbIX
NabopaTtopHbIX nccneaoBaHMi. KpaTtko M310XKeHbl 06LMe NPUHLMNbI 1evYeHns
HeOHaTa/IbHbIX BPOXXAeHHbIX AedeKToB meTabonnsma.

Kniouesble cnosa:

HOBOPOXAEHHble, HacneacTBeHHble 60ne3HN obMmeHa BelecTs, CUMNTOMaTUKa,
DNarHoCTUKa, neyeHue.

[larHoCTMKa 1 neyeHne BPOXKAEHHbIX aHOManAni MeTaboiM3ma - 04Ha M3 CaMbiX CNOMKHbIX
3aZla4 Kak 414 HeBpo/iora, Tak U aAna neamatpa. C o4HOM CTOPOHbI, TPYAHOCTU AUArHOCTUKM
CBSI3aHbl C KNMHUYECKUM NoAMMopdU3MoM 3ab01eBaHN, NO-Pa3HOMY NPOTEKAOWMX Y AeTel
pa3/IMYHOro BO3pacTa, C APYrol - C TeM, YTO CaMble Pas3/INyHble HapyLlweHns obmeHa B O4HOM U
TOW Ke BO3PaCTHOW rpynne mMoryT UMeTb CXO4HbIe KNMHUYecKne nposasaeHus [1].

Ocobble TPyAHOCTU BbI3bIBAaET ANArHOCTUKA BPOXKAEHHbIX A4ePeKToB meTaboansma y
HOBOpPOXKAEeHHOro [2]. 3a60/1eBaHMA NPOTEKAIOT TAXKENO N 3aKaHYMBAOTCA /1IeTalbHO 10 TOrO,
KaK CTaHOBMTCA o4yeBuAHOM cneumduyeckas metabosmyeckan n HEBPOAOTrMYECKasa KapTuHa. B
nepuoae HoOBOPOXKAEHHOCTU MPOABAAKTCA NPUMEPHO 25% M3BECTHbIX Hac/NIeACTBEHHbIX
bonesHe obmeHa BeLW,EecTB U NOYTU BCE OHU OTIMYAIOTCA 0COBOM TAMKECTbIO COCTOAHUA
pebeHka. Mo ocTpoTe Hayana M TeYeHU HacneaCTBEeHHble 601e3HM 0bMeHa BelLecTs B
HeOoHaTa/IbHOM Mepuoae MOryT HanoMMHaTb HEMPOUHDEKLMN U HEMPOAUCTPECC-CUHAPOM.
OAHaKo fiBHaA NPOrpeAnMeHTHOCTb TeYEHUSA C yTpaTon GYHKLUMIA He XapaKTepHa Ana
HOBOPOXKAEHHOrO, TaK Kak caMu 3T GYHKLUMU ellle He cpopMUpoBaHbl. Mo3ToMy 60bLIMHCTBO
AeTel c HeoHaTaNbHbIMK POPMaMM Hac/eCTBEHHbIX AedeKToB meTaboansma NMb6o ymmnparoT B
nepBsble MecALbl })X13HU 6e3 yCTaHOBNEHHOTO AMarHosa, NMbo AAuTeNbHO HabaoaalTCA ¢
CaMbIMM Pa3HbIMW HEeaZleKBAaTHbIMW AMarHo3amu. Yalle Bcero HacneacTBeHHble 60n1e3HU
obMeHa CKpbIBalOTCA NOA MaCKOW AETCKOro LepebpaibHOro napaanya, yMCTBEHHOM OTCTaIoCTU
W 3NUNENCUN, PE3UCTEHTHOM K aHTUKOHBYAbCAHTaM. MPUUYMHBI HEOHATa/IbHbIX HAC/IeACTBEHHbIX
MeTaboNNYeCKUX HapyLLUEHNI MHOFOUNC/IEHHbI (CM. HUXKe).

3Tuonorua HacneacTBeHHbIX 3a6oneBaHnii obmeHa Bew,ecTs ¢ MaHUdecTaumet KNIMHUYECKUX
NpoAB/EeHUA B HEOHaTa/IbHOM Nepuoge

HapyweHus memaboau3ma aMuHoOKuUCs0m
HapyweHna umkna CMHTe3a MOYEBUHbI (,El,ed)MLI,MT N-aueTuarnytTamaTcuHTeTasbl,

KapbamoundochaTcnHTeTasbl, OPHUTUHKapHbamounnTpaHchepasbl, apPrMHUHCYKUNMHATCUHTETA3bI,
aPrMHUHCYKUMHATANA3bI M aprMHasbl)



TMNEepoOPHUTUHEMMUSA - TMMEPAMMOHUEMMUA - TOMOLUTPYIINHYPUA

BonesHb ¢ 3anaxom Mo4m KNeHoBOro cnmpona (nerumnHos)

HapyweHus memab0oau3ma op2aHuU4ecKux Kucaom

HekeToTnueckas runepranumHemma

N3oBanepunaHosas aunaemusa

MponnoHoBasa aunaemma

MeTuamanoHoBas aumMaemma

MeBanoHoBas aunaypusn

3-rnapoKcn-3-meTMArnyTapoBan aumaemma

MumoxoHOpuasnbHble 3HYegpanonamuu

HapyleHunsa B cucteme nupyBaTAernaporeHasHoro Komnaekca (gepuumnt
nupysBaTKapboKcnaasbl, NMPyBaTAErMAPOreHasbl, 4UrMAPOAUNOUNTPAHCALLETNIA3bI U
anrnagponunonngerngporeHasnol) Hapywenus pyHKLMIA AblxaTenbHOW Lenu (aeduumTol
depmeHTOB |-V KOMNnekca abixatenbHon uenu) HapyweHnua dyHKLMN depmMeHTOB LMKAa
Kpebca (aednunt dpymapasbl, CyKLUMHATAEIMAPOrEHA3bl, «-KeTOrNyTapaTAernaporeHasbl 1
aKOHWTa3bl) HapyweHuA cMHTe3a 1 0bMeHa KapHUTMHA (CMCTEMHAA HeA0CTaTOYHOCTb
KapHUTUHA, AePULMUT KaPHUTUHNANbMUTOMATPAHCEPaA3b! || U aUUAKAPHUTUHTPAHC/IOKA3bI)
HapylweHunsa #-oKMcneHna XRUpHbIX KUCNOT (aednunTtbl aunn-CoA-AernaporeHas *KUpHbIX
KMUC/IOT C KOPOTKOM, cpeaHen, ANMHHOM U OYEeHb AJIMHHOM Yr1epoaHON Lenbto,
MHOeCTBEHHbIN aednumnt aunn-CoA-gernaporeHas)

Hapywerus obmeHa buomuHa

Oedunumt GMOTMHNAA3DI

OednumnT cnHTeTasbl rosokapbokcunias

bonesHu nepokcucom

CuHapom LenbBerepa

HeoHaTanbHan agpeHonenkoguctpodus

M'Mnepnunekonosas aunaemua

Oednumt aumn-CoA-okcnaasbl NnepoKkcMcom

Oednumnt 3-okcnaymn-CoA-Tona3bl NEPOKCUCOM

BVI(I)yHI-(LI,MOHal'IbHaﬂ HEAOCTAaTOYHOCTb NPOTENHOB



Jlelikoducmpodguu

BonesHb Kpabbe

Nenkoguctpodua KaHasaHa - BaH borapTa - bepTpaHaa
MeTaxpomaTtumyeckasa nenkoauctpodus

Nelikoguctpodua Mennueyca - Mepubaxepa

CynaHodunbHble neikoanctpodmm

HapyweHus obmeHa y2nesodos

OedvumnT PpykTo30-1,6-an1baonasbl

HacnepctBeHHA HenepeHOCMMOCTb GPYKTO3bI

Fanaktozemus (geduumt ranaktoso-1-pocdatypmuanntpaHcdepasbl)
Penko, HO BCTpeYyatoTca HeOHaTaibHble GOpPMbl TakMX 3aboneBaHni, Kak bonesHb MeHKeca,

rnukoreHo3s Tuna ll, 6onesHb Humana-Muka u lNowe, cuHgpom bapta, TMPO3nHEMHUA |
TMna, bonesHb Anbnepca, a TakKe cnannaos [3].

Anupaemuonorua. [laHHble 0 PacnpoCcTpaHeHHOCTM Hanbosiee N3yYeHHbIX HAacNeACTBEHHbIX
meTabonnyeckmx 3abonesaHnin npuseaeHsl B Tabn. 1.

Tabnuua 1. PacnpocTpaHeHHOCTb HaCNeACTBEHHbIX 3aboneBaHnin obmeHa BeLLecTs ¢
HeoHaTa/ibHbIM Ae6oToM

3abonesaHue YacToTa
JednumTt apruHMHCYKUMHATANA3bI 1/70 000
dedbnumnt kapbamounndocdaTcmHTETasbI Z;(?(())g(())ooo-
OeduunT apruHUHCYKLMHATCUHTETA3bl 1/250 000
HekeToTn4yecKaa runepramumHeMmn 1/55 000
bonesHb € 3anaxom Mo4un KNEHOBOro cMpona 1/200 000
M3oBanepunaHoBana aumaemus 1/200 000
MponuoHoBana aunaemus 1/350 000
MeTuamanoHoBasa aumMaemms 1/48 000

Oedunumnt aumnn-CoA-gernaporeHasbl XXMPHbIX KUCNOT CO cpeaHein ANUHOM

1/9 000-1/13 000
yrnepogHom uenu / /

1/50 000-1/100

CuHgpom Lenbeerepa 000
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dednuymt 6MoTMHNAA3I 1/35000-1/54

000
Odedunumnt opHUTUHKapbamonnTpaHcdepasbl 1/80 000
OednumTt apruHUHCYKUMHATANASI 1/90 000
TuposnHemusa | Tvna 1/30 000
ApruHuHemuma 1/990 000

PacnpocTpaHeHHOCTb APYruX, MeHee U3ydYeHHbIX A4epeKkToB MeTabon3ma HensBecTHa. Ymcno
ONMCaHUI BONbHBIX C PEeAKMMU HEOHATA/IbHbIMU MeTabonnyeckumm 3aboneBaHnaMU
Konebnetcs oT eANHUYHBIX A0 COTEH HabAoAEeHUA.

FeHeTUYecKUue gaHHble. EoNbLWMHCTBO BPOXKAEHHbIX AedeKTOB MeTaboM3ma C NPOosBAEHUAMMU
B HEOHATa/IbHOM MepUoLE MMEKOT ayTOCOMHO-PELLECCMBHbIM TUM Hacnea0BaHMWA.
UcKkntovyeHnammn n3 npasuaa ABAAIOTCA HEOHATaNbHAA agpeHonenkogmuctpodus,
nerikoguctpooua Menmueyca-Mepubaxepa, 6onesHb MeHKkeca U cuHapom BapTa, KoTopble
HacneayTCcA No PeLECCUBHOMY CLLEeNAEHHOMY C X-XpOMOCcoMon Tuny, n gednumt
OpHUTUMHKapbamounTpaHchepasbl, KOTOPbIN NepesaeTcs AOMUHAHTHO, B CLENIEHUN C X-
Xpomocomon. Aedpununt nupysaTaernaporeHasbl U MHOMXeCTBEHHbIN gedpuumt aumn-CoA-
AernaporeHas UMeoT A,Ba BO3MOXHbIX TUNA Hacnea0BaHMUSA - aYyTOCOMHO-PELECCUBHBIN U
peLeccmBHbIN, CLLENIEHHDbIN C X-XPOMOCOMOM. HapyLleHna B cMCTeME TPAHCNOPTHOM Lenwu
3/1eKTPOHOB B AblXaTe/IbHOM Lenun HacneaytTca No MUTOXOHAPMANbHOMY TUNY (MaTepUHCKoe
HacnegoBaHue). Jeduumt | Komnnekca gpixatenbHon uenn (NADH; CoQ-penyKrasbl)
HacneayeTca Kak No ayTOCOMHO-PeL,ECCUBHOMY, TaK U MO MUTOXOHAPMANBHOMY TUMY, ONMUCaHbI
Takxe X-cuenneHHble Gpopmbl.

3HauYuMTENbHbIE YCNEXN AOCTUTHYTbI B MOJIEKYNIAPHOM ANArHOCTUKE HEOHATaIbHbIX AedeKToB
meTabonnsma. B 1abn. 2 npeactaBneHbl BpoOXKAEHHblIe MeTabonmyeckne 3abonesaHus ¢
KapTMPOBAHHbIMW FeHaMM.

Ta6l'IVILI,a 2. JloKanunsauma reHOB, OTBETCTBEHHbIX 33 pa3BuThe HacneaCTBeHHbIX 3aboneBaHui
obmeHa Bewects C HEOHAaTa/ibHbIM AE6POTOM

3aboneBaHue J)jgc:s/éocoma,
BonesHb € 3anaxom moyu KNeHOBOro cMpona:

-reH Ela 19913.1-g13.2
-reH E1# 6p22-p21

-reH E2 1p31

-reH E3 7
M3oBanepunaHoBana aumaemusa 15913-q15

MponnoHoBasa aungemma:

-a-cybbegmHnLa 13932
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-A-cybbeamHnua

MeTnamanoHoBas aumagemmsn

Odedunumnt nupysaTkapboKcmMnasbl

3921-g22
6p21.2-pl2

11 (anvHHOE

nieyo)
Oedvumnt nupysBaTaermaporeHassi:
-a-cybbegmMHnLa Xp22-cen
-A-cybbegmHunua 3
Oedbnuunt gerngpoannonngernaporeHassbl 7931-g32
Oedbnumnt IV Komnnekca gblxaTeNbHOM LLenu:
-4-a cybbeanHmua 16022
-Vb-cyb6beanHuua 2cen-q13
Oedbnumnt pymapasbl 1942.1
dedbnumnt cyKunHatTgermgporeHasbl 1p35-p36.1
Oednumt KapHUTMHNANbMmUTOUATPaHchepasbl I 1p11-p13
CuHgpom bapTta Xq28
bonesHb MeHkeca Xq13.3
HekeToTnueckas runepravumHemma 9 (kopoTkoe
naevo)
Oednunt aumn-CoA-gerngporeHasbl ) XUPHbIX KUCAOT:
-CO cpegHen AMHOMN YyrnepoaHoM uenu 1p22.1
-C KOPOTKOWM yrnepoaHom Lenbto 12
-C A/IMHHOM Yr1IepoAHOM LUenbio 2934-935
Oednuymt 6MoTMHNAA3I 3p25
Jednumnt cnHTeTasbl rookapbokcunas 219g22.1
CuHgpom LlenbBerepa 8q21
BonesHb Kpabbe 14921-g31
Nenkoguctpodua KaHaBaHa - BaH borapTa - bepTpaHaa 17p13-pter
MeTaxpomaTunyecKkasa nekoanctpoodus 22q13.31-qter
Nenkoauctpodua NMennueyca-Mepubaxepa Xq22
MHoKecTBeHHbI gednumnt aumn-CoA-gernaporeHas (aeduymr 1542325

3/1EKTPOHHOTPAHCNOPTHOrO $G1aBONPOTEMHA)

06u.|,an K/IMHUYEeCKaA XapPaKTepUCTuKa BpOXXKA4EHHbIX AedJeKTOB metabonusma B
HeOHaTa/ZIbHOM nepuoge



HecmoTps Ha TO, YTO TOYHbI AMArHO3 BO3MOKEH TONIbKO NP NPUMEHEHUN NabopaTopHbIX
MEeTO/Z0B UCCNeA0BaHMA, BAaKHOE 3HAYEHNE MMEIOT aHaMHECTUYECKNE N KNMHUYECKUE AaHHbIe,
Ha OCHOBAHMM KOTOPbIX BPa4y MOXET 3aN0403PUTb Ha/IMYME Y HOBOPOMKAEHHOTO BPOXKAEHHOTO
aedekta metabonnsma.

AHamHe3. Ha HacneactBeHHoe 3a6oneBaHMe MeTabo/1M3Ma yKa3blBalOT CBEAEHMA O
BO3MOXHOM 6/11M3KOpOACTBEHHOM BpaKke poauTeneil, HEBPOAOTrMYECKan CUMMNTOMATUKA Y
04HOrO M3 poauTenen, Hanmume cmbca, CTPaAaloLLEro HEBPOOrMyecknm 3abonesaHmem uam
YMEpLLEro no HeACHOM NPUYNHE B HEOHaTa/IbHOM Mepuoae, MnageH4yectse uau getcrsee. Kak
NPaBuUO, TAXKECTb COCTOAHNA CAaMOro HOBOPOXAEHHOIO HE COOTBETCTBYET OTHOCUTE/IbHO
61aronony4HOMy Te4eHUo AaHHOW BepemMeHHOCTM U POAOB, T. €. OTCYTCTBYIOT YKa3aHUA B
aHaMHe3e Ha TAXKEeNYo MMMNOKCUIO N10Aa U aCPUKCUIO HOBOPOXKAEHHOMO, TPaBMaTUYECKME
NoBPeXKAEHUA HEPBHOW CUCTEMbI.

Hauyano 3abonesaHua. Jna MHOIMMX HEOHaTa/IbHbIX HEMpPoMeTaboiMyeckmx 3abosieBaHni
XapaKTepeH <CBET/bI MPOMEKYTOK> NPOLONKUTENIbHOCTbIO B HECKO/IbKO AHEN OT POXKAEHUA
[0 NepBbIX KNMHUYECKUX NPOSABEHMI 3aboneBaHnA. <CBET/bIN MPOMENKYTOK> ABNSAETCA XOTb U
4acTbIM, HO He 06A3aTeNbHbIM CUMMNTOMOM MPU HAaCNeACTBEHHbIX 60ne3HAX 0bMeHa BeLLecTs.

HapyweHusa pexxuma cHa - 6ogpctBoBaHUA. [114 340p0BOro AOHOWEHHOTO HOBOPOXKAEHHOTO
XapaKTepHbl Nepnoabl CNOHTaHHO BO3HMKatoWero 60ApcTBOBaHUSA, Koraa pebeHok
npocbinaeTcs, A4BUraeTca u naadet. Ana He4OHOLWEHHOro co cpokom rectaumm ot 30 go 34 Hep,
XapaKTepHO B OCHOBHOM CTUMYAMPOBaHHOE 60ApCTBOBaHME (MpY CTUMYAALMM pebeHoK
NpPOCbINAeTcs, ABUraeTCa 1 NNAYET), UMEEeTCA TaK}Ke KPaTKOBPEMEHHOE CMOHTaHHoe
6oapcTBOBaHME. Y HOBOPOMKAEHHOIO C HacneaCcTBeHHbIM 3aboneBaHnem obmeHa BelecTs
BO3MOMHbI BCE CTEMEHM TAMXKECTM HapYyLEHUA YPOBHA 60A4PCTBOBAHMA (HApyLWEHUA CO3HAHUA) -
OT Nerkoi COHAMBOCTU A0 TAMKENOMN KOMbI.

CMMNTOMOKOMMNEKC <BANOTo pebeHKa> ABNAeTCA TUNUYHbIM A4 HacNeACTBEHHbIX aHOMaNui
meTabonnsma. ITMM TepMMHOM 0603HaYaeTcsa reHepannM3oBaHHasA MbllleYHas TMNOTOHUA.
CMMNTOMOKOMMNNEKC <BANOTo pebeHKa> BKAOYAET NO3Yy <NATYLIKU>, CHUMKEHME CONPOTUBNEHUSA
K NAacCUBHbIM ABUXKEHUAM, yBeindyeHne obbema ABUKEHUIN B CyCTaBax, CHUXKeHue obLlen
OBUraTe/IbHOM aKTUBHOCTU U 334€PKKY MOTOPHOrO pa3BuUTUA. MbllleyHas TMNnoToHMA U
CHUXEHME CYXOXKUNbHbIX pepeKcoB, XapaKTepHble AN HacNeACTBEHHbIX AedeKToB
meTabonunsma, nosgHee (Ha 1-2-m roay »KM3HU) CMEHSIOTCA MbILLIEYHOW ANCTOHUEN U
CNacTUYHOCTbIO. MICKNoYEeHMEM ABAAIOTCA HeOHaTabHaa popma nenkoanctpodumn Kpabbe u
60n1€e3Hb C 3aNaxom MOYM KIeHOBOMO CMPONa, NPU KOTOPbIX YXKe B HEOHaTa/lbHOM nepuoae
BO3MOKHO MOBbILLIEHNE MbILLIEYHOrO TOHYCA.

HeoHaTanbHble Cya0pOru - 04MH U3 Hanbosiee YacTbIX CUMMTOMOB BPOMKAEHHbIX AedEKTOB
meTabonmsma. Hambonee 4acTo - 3T0 MUOKNOHUN U MUHUMA/IbHbIE CYA0POMKHbIE NPOABIEHUA
(HeNpoun3BO/bHbIE ABUNKEHWUA B 061ACTM 1ML UAN KOHEYHOCTEN: HACU/IbCTBEHHOE OTKPbIBaHME
rnas uAM MopraHme, TOHMYECKas geBuaLma rnasHbix 610K, KeBaTe/lbHble M r10TaTe/bHble
ABUMXKEHUsA, cocaHue 1 ap.). Kak npaBuao, cyaoporn metabosiMyeckoro reHesa noBToOPAOTCA U
NI0X0 NOAAAIOTCA IEYEHMIO AaHTUKOHBY/IbCAHTAaMWU. BO3MOXKEH 3MMAenTUYECKUIA CTaTycC.

HeobbACHUMbIE TPYAHOCTM BCKAPMIUBAHUA. N5 HAacNeACTBEHHbIX AedeKkToB meTabonmsma
XapaKTepHbl HAPYLUEHUS COCAaHWUA U F0TaHMA. B TAXKenbix ciyyasx pebeHOoK He CoCeT rpyapb U He
rNoTaeT, YTo TpebyeT 30HAOBOro KOPMAEHUSA. B MeHee TAXKeNbiX Cy4yasnx COCaHWe HapYLWEHO,



HOBOPOXAEHHbI HENOTHO 06XBaTbIBAET rybaMu COCOK, OTMEYaAEeTCA NOCTOSHHOE NoATeKaHue
MOJI0Ka U3 YI/10B PTa U NONepPXMBaHUA NPU INOTaHUKU. HapyLweHns cocaHMA U FN0oTaHWUA NpK
BPOMKAEHHbIX AedeKTax 0bMeHa MOryT UMEeTb Pas/IMYHOE NPOUCXOXKAEHME: ANCMNA3UA
[BUraTe/IbHbIX 30H KOPbI TOJIOBHOMO MO3ra, OTBEYAIOLLMX 33 OPOdAPUHTMANBbHYIO MYCKYATYpY,
3a CYeT NpeHaTaIbHOro BO3AEMNCTBUA TOKCUYHbBIX METAaBONIUTOB Y NA0AA, NETAPTUA Y
HOBOPOXAEHHOr0, 06LLan MblleYHan rMNOTOHUSA, KOTOPas 3aXBaTbiBAET U MblLLLbI,
oTBEeYaloLMe 33 COCaHUE U rN10TaHue. B aanbHelwem y 601bHbIX OTMEYalTCA HapyLIEeHUs
YKEBaHWUA N ANU3APTPUA, TaK KaK AaHHble GYHKLMM 06ecneymBatoTCsa TOM e MYCKYNaTypoM.

ObixaTenbHble HapyLEeHUA HepeaKo BCTPEYatoTCa NPu HacneACTBEHHbIX 3a601eBaHUAX
obmeHa BewecTs. M’MNepnHo3 1 anHo3 HaboaatoTca NpY OTCYTCTBMM 3aboneBaHun cepaua Unm
NErKux 1 pecnnpaTopHOro AMCTpecc-cMHAPoMa. X BOSHMKHOBEHUE CBA3AHO C BO34ENCTBUEM
TOKCUYHbIX NPOAYKTOB MeTabonn3Ma Ha AblXaTeNbHbIM LEHTP UK CONYTCTBYOLWMUM
MeTaboNYecKMM aumao3om.

YBenunueHue pasmepoBs NeYeHU U ceneseHKU B COYETaHNU C HEBPOIOTMYECKOM
CUMMTOMATUKOMN Y HOBOPOXKAEHHOIO C BbICOKOW BEPOATHOCTbIO CBUAETENLCTBYET O BO3SMOMKHOM
Ha/IMYMKM HacNeaCTBEHHOTO 3ab60/1eBaHNA 0OOMeHA BELLLECTB, XOTS TaKKe MOXKET OTMEYaTbCA Npu
MHPEKLMOHHBIX M TeMaTo/iorMyeckux 6os1e3Hax. YBeinyeHne pasmepoB NevyeHn XxapakTepHo
Ana 6onesHen NepoKCUcom, MUTOXOHAPMUANbHbIX SHUedaoMMOoNaTUI, HapyLLeHNM obmeHa
AMWHOKUCIOT N OPraHMYECKMX KUC/IOT, a TaKKe an1a 6osee pegKknux HeoHaTaslbHbIX popm
6one3Hen HakonneHus (nenkoaguctpodum Kpabbe, bonesHen Humana - MNMuka m lNowwe,
cumanupgosa v ap.).

AHOpEeKCcHA U PBOTa TaKkKe OTHOCATCA K 06LLMM CUMNTOMAaM, HabAtoAAOWMMCA NPU MHOTUX
BPOXKAEHHbIX MeTabonnyeckmx 3abonesaHmax. OHM 0COBEHHO XapaKTepHbl ANA
rMnepaMmmoHUEMUI, OPraHNUYECKUX aLUMAEeMUIA U HAPYLIEHUI F-OKUCNIEHUA KUPHbBIX KMCNOT.
Bonee pegKMm CMMNTOMOM MOPAXKEHWUA KeNyA0UYHO-KMLLIEYHOTO TPaKTa ABseTca Anapes. Kak
NPaBuIO, BCE 3TU CUMMNTOMbI BbI3bIBAOT 334€PKKY NPUOABKM MaCCbl Y HOBOPOXKAEHHOIO, U UX
NETKO MPUHATDL 33 KeNyL0YHO-KMLEeYHble 3aboneBaHus.

MoMMMO OBLLNX KNTMHNUYECKUX NMPOABAEHUIN, XapaKTEPHbIM CUMNTOMOM MHOTUX
MmeTabonnyeckmx 3aboneBaHnin ABNAETCA YepenHo-nuuesaa aucmopousa (Tabn. 3).

Tabauua 3. YepenHo-anuesan ancmopdua Npu pasanyHbIX HacieaCTBEHHbIX 3a6oneBaHmMAX
obMeHa BeLecTB C HeoHaTaibHbIM AeboTom

3aboneBaHue YepenHo-nnuesaa gucmopoun

Bpaxuuedanusa, ogyTnoBaToe, NJIOCKOE IMLLO C ONYyXLLIMMM
CuHapom LenbBerepa v gpyrve | BeKamu, BbICOKWI 106, CriarKeHHble HaabpoBHbIe Ayry,

60n1e3HM NepoKcmcom rMNepTenopu3m, SMUKAHT, MOHTOJIONAHbIN pa3pes rnas,
*
MWKPOTHATUA
MHOKeCcTBEHHbIN AeduumT BbicOKMIA 106, HU3KO PaCNONOMKEHHbIE YLIHblE PAKOBWUHDI,
aunn-CoA-pernaporeHas rmnepTenopmsm
Oeonumnt B3aepHYTbIN HOC C LUMPOKOM CMIMHKOM, HU3KO MOCAaXKEHHbIE
nupyBaTAernaporeHasbl POTMPOBaHHbIE K3a4M YLIHblE PAKOBUHbI, MUKPOrHATUA

Oedbnumnt kodaKTopa TpeyronbHOE MU0, KYPHOCHIA HOC C LLMPOKOM NepeHOoCULIEN,



monnbaeHa 3HOTaNbM, TENEKAHT, PacLLLeNMHA MATKoro Heba

Lnpokas nepeHoCcULA, MUKPOTHATUA, HU3KO

MeBanoHoBas aumaypua
PaCcno/IOXKEHHbIE YLIHbIE PAKOBUHbI

*
Mpw apyrnx 6onesHAx nepoKkcncom (Kpome 6onesHu LienbBerepa) yepenHo-anuesasn
Ancmopdura meHee NOCTOAHHA U MEHEee BblpaXKeHa.

XapakTepHble gns OTAeNbHbIX HAacNeACTBEHHbIX 3a60/1eBaHNII 0OMeHa BeLLLeCTB U3IMEHEHMUA
KOYW, BHYTPEHHUX OPraHoB W1 rnas npuseaeHsbl B Tab. 4.

Ta6nmu,a 4, 3KCTpaHeBp0fIOFM‘-IeCKMe npoAasneHnA HacneaCcrtBeHHbIX BPOXAEHHDIX ,ﬂ,ed)eKTOB
meTabonnm3ma B HeOHaTalbHOM nepunoae

ObbeKT

XapaKkTtep nopakeHua 3aboneBaHua
nopakeHua

MponnoHoBasa aumaemus
MeTtunmanoHoBasa aungemms
Oedunumnt cnHTeTasbl rofiokapbokcunas
bonesHb € 3aNaxom Mo4Yn KNeHOBOro

cupona

Korka DpuUTEMATO3HbIE BbICbINAHMA
UntpynnnHemusa

ApruHuHAHTapHaa aumMaypusn
TuposmHemusa | TNa

Oednumt aunn-CoA-germgporeHasbl
UPHbIX KUCIOT C KOPOTKOM yrnepoaHom
uenbto

CuHapom Lenbserepa u apyrve 60nesHu
NnepoKcMcom

[anakTozemumA
KatapakTa

M3oBanepuaHoBasa aungemumn

Fnasa MeBanoHoBasA aunaypun

CuHgpom LUenbBerepa n apyrne 6onesHu
lNMUrmeHTHaAa gereHepaumn NnepoKcMcom
CeTyaTku

Oednuymt 6MoTMHUAA3DI

Oedpuunt cynbdutokcnaasbl n Kopaktopa

Auncnnasua cetyatkm
MmonunbaeHa



Oednunt 6UoTMHNAA3DI

Ancnokauma xpycranmka. CuHgpom LenbBerepa n apyrne 60n1e3Hu
naykoma NepPoKCMCom

Oednumnt | n IV Komnnekcos ApIXaTeNbHOM

uenu

HapyweHue “-oKncnenusa
MUTOXOHAPUANBbHBIX XUPHbIX KNCAOT

ebnunt
Cepgue Kapgmnomunonatua Aeduy
KapHUTUHNanbmutTomnTpaHcdepasol Il
3-rnapoKcn-3-meTUArnyTapoBas aumaemumsa
CuHpgpom Uenbeerepa
CuHppom bapTta
CuHapom Uenbserepa v gpyrue 6onesHm
nepoKkcncom
ebmunt
MNonukncros Aeduy
KapHUTUHNanbmutomnTpaHcdepassol Il
Moukn MHo»ecTBeHHbIN aednumt aumn-CoA-
aerngporeHas
Monnkucros +
AucnnacTtuyeckue Oedunumt Il n IV KomnnekcoB AbiXxaTeNbHON
nameHeHua. CuHgpom e uenu

ToHu - lebpe - PaHKOHMU

M3oBanepuraHoBas aumaemmsa

MeTunmanoHoBasa aumaypusa

Mopxenyno4yHan
MaHKpeaTuT
Kenesa 3-rnapoKcn-3-meTuArnyTapoBsas aumaemuma

Bos1e3Hb € 3aNaxom MOYM KNEHOBOTO
cupona

Cneumduyeckmii 3anax MoUM ABNSETCA BaXKHbIM AMArHOCTUYECKMM NPU3HAKOM U BCTpeYaeTcs
npv nenumHose (3anax <KN1eHOBOro CMpPOMa> UAKU CeHa), U30BasiepMaHOBOM aunaeMUn 1
MHOXecTBeHHOM aeduumnte aunn-CoA-gernaporeHas (1 npy Tom, U Npu gpyrom 3abosieBaHUm
XapaKTepeH 3anax <cblpa> Uan <NOTHbIX HOr>), Aednumnte 6UOTUHMAA3LI, AePULUTE CUHTETA3bI
rooKapboKcmnas, #-MeTUNKPOTOHUATIUUMHYPUK (3anax <KOoLlayen MoUn>), TMPO3nHeMUM |
TMNa (3anax <KUNALWEN KanycTbl>) U Npu 601€3HU C 3aNaxom MOYM KNeHoBoro cupona [5].



KnnHunuecKaa guarHocTMka. B TunnyHom cnyyae HacneacTBeHHOro aedekta metabonmsma
HOBOPOXAEHHbIN POXKAAETCA AOHOWEHHBIM OT GM3MONOTMYECKN NPOTEKAIOLLNX POLOB, U EFO
COCTOsIHME MOoCne POXKAEHUs BNOHe bharonony4yHo. Yepes HekoTopoe Bpemsa (1-3 gHsA)
cocTosiHMe pebeHKa yxyALWwaeTcs, Pa3BMBAOTCA IETAPrus UAK CTYNop, NOABAAIOTCS CyA0pPOTH,
AblXaTeNibHble PAacCTPOMCTBA, aHOPEKCUA M PBOTA. B 3apyberkHOM nnTepaTtype Takoe coCTosHMe
NoJIy4n10 HAMMEHOBaHMe <HenpogucTpecc>. [1n1a HEBPOJIOrMYECKOro CTaTyca XapaKTepHbl
AnddysHaa mbileyHas rMNOTOHMA U HAPYLEHWUA COCAHMA U rNoTaHus. MNogo3peHne Ha
Ha/iMune BPOXKAEHHOro aedekta metabonmMama nonyyaeT NOATBEPKAEHNE, €CIN UMeeTCA
OTArOLLEHHOCTb POAOC/IOBHOM MO HEBPOJIOTMYECKUM 3aboneBaHMaAM, cneundunyecknii 3anax
MOYM U IKCTPAHEBPONIOTNYECKME NPOABNEHUA - KAPANOMMONATMA, FenaTocnaeHoOMeranuma u ap.

NabopatopHasa ANarHOCTMKa HacneACTBEHHbIX aedeKToB meTaboanama B HeOHaTalbHOM
nepuoge

MpY NoA03pEeHNM Ha HaceACTBEHHOE HapyLleHne obmeHa BelLecTB PeKOMeHAyeTca Ha
nepBoM 3Tane NpoBeAeHNe CTaHAAPTHbLIX KAMHUYECKUX U BUOXMMUYECKMX NCCnes0BaHUM
KpoBu. O BO3MOXKHOM Hannumm metabonmyeckoro 3ab6oseBaHusA CBUAETENLCTBYHOT:

- aHeMus, NenKo- U TPOMBoLUMTONEHUA (XapaKTepHbl ANA M30BaiepMaHOBOM, MPONMOHOBON M
METWU/IMAJIOHOBOM auuaemunin);

- HeMTponeHuA (xapaKTepHa Ana cMHgpoma bapta);
- auMA03 B COMETAHMM C KETO30M (XapaKkTepeH ANnA 60NbLUMHCTBA OPraHNUYECKUX auuaeMnin);

- MOBbILEHME coAepKaHMA NaKTaTa B KPOBM (XapaKTepHO A/1a HapyLlweHnit metaboansma
nupysaTa, 4edeKTOB AbIXaTe/IbHbIX KOMMIEKCOB U PEePMEHTOB F-OKMUCNEHMUA KUPHbIX KUCNOT);

- TUNOT/IMKEMMA C HU3KUM COAEPXKaHMEM KETOHOBbIX TeN (XapaKTepHa ANA HapyLWeHui
MUTOXOHAPMANBHOTO #-OKMCAEHUA KUPHBIX KUCNOT);

- TMNepaMMOHNEMUSA (XapaKTepHa N5 HAPYLIEHUM LMKAa MOYEeBUHbI, AednumnTa aunn-CoA-
AernaporeHas XMpPHbIX KUCNOT CO CpeaHen AANHON yrnepoaHom Luenn un gna 601blIMHCTBA
OpraHUYecKmx aumaemumn).

Ha BTopom 3tane obcneaoBaHUa Npu HAANUYMKM XOTA Obl OAHOTO U3 NEPEUYNCAEHHDIX Bbille
NabopaTopHbIX HapyLIEHN NOKa3aHo bonee aeTanbHoe nabopaTopHoe obcnesoBaHme
HOBOPOXAEHHOTO, BK/OYAtOLLEE ONpeaeeHNe CNEKTPA AMUHOKUCIOT KPOBU U MOYM,
OPraHMYEeCKUX KUCNOT B MOYE, KAPHUTUHA M aLMIKAaPHUTUHOB B KPOBM (CM. Tab. 5).

Tabnvua 5. Anroputm n1abopaTopHOM AMArHOCTUKM NpW NpeanonaraeMom HacneaCTBEHHOM
AedekTe MeTabon3ma y HOBOPOXKAEHHOTO

'MnepammoHnemma + - Onpep,eneHMe coaepraHuAa bonesHu unkna b6rocmHTe3a
,D,blxaTeﬂbeIVI a/Ikanos3 AMUHOKHNCAIOT B KPOBU N MOo4e MOY€BUHDI

- OnpeaeneHune cogeprkaHus

KeToauupos + AMWHOKUCAOT B KPOBU U MoYe
OpraHunyeckne aumngemmu

FMNOTNNKEMMA - OnpepgeneHne coaepaHns
OpraHUYEeCKUX KUCIOT B MoYe



- OnpeaeneHune cogeprkaHus HacneacTtBeHHble
rIIOKO3bl, FaNaKTo3bl, peayLmpyowmx |HapyweHua obmeHa
BELLECTB B MoYe yrnesoos

- OnpegenexHune cogeprkaHusa
OpPraHNYeCcKUX KUCOT B moye

fMnokeToHemua + - OnpepeneHue cogepxaHua bonesHu TpaHcnopTa u H-
rMNOrAnKemma AUUNKAPHUTUHA B MoYe OKUC/IEHMA UPHbIX KNCNOT

- OnpepeneHne ypoBHA KapHUTUHA B
KpOBM
A
MUHOaLMAYpUA - OnpegenexHune cogeprkaHusa

AMWHOaLMAaoNaTUM
aMMHOKUCNOT B KPOBU U MOYe

AMUHOauMaemua

- OnpepeneHve ypoBHA NaKTaTa,

nUpyBaTa, KETOHOBbIX T€N B KPOBM
MuToxoHapunanbHble
—> Inctoxumunueckoe onpeaenexHmne sHUedbanonatum

aKTUBHOCTU MUTOXOHAPMANbHbIX
depmeHTOB B bronTaTe MblllLbI

Naxrat-aunaos - OnpegeneHmne ypoBHA XUPHbIX
KMCNOT C O4eHb A/IMHHOMN YINepoaHOV

LLenbto B KPOBMU
MepoKcMcomHble 6o1e3HU
- OnpegeneHuve ypoBHA GpUTaHOBOM

W NMUNEKON0BOM KNCAOT B Kposun un
mo4e

Cnepgytowmm 3Tanom AMArHOCTUKKN ABNAETCA OnpeaeneHne akTUBHOCTU GepMeHTOB,
AednumMTOoM KOTOpPbIX BbI3BaHO 3aboneBaHue, B KynbType ¢nbpobnactos, numdountax unm
6ronTaTax MbllWLbl M NevyeHW. Ha 3aBepLiatowem sTane NpPoBOANTCA MONIEKYAPHAnA
AWNAarHoCTMKa natoaorum ¢ nomouwbto AHK-3o0Ha08B.

HelipocoHorpaduueckmne nccnenoBaHna B HEOHaTa/lbHOM NepUoAeE, Kak NpaBuio,
ManocneumduyHbl 1 6onee BaxkHbl aAna AnddepeHuUManbHOro AnarHosa ¢ rMnoKCUYECKU-
NLIEMMYECKMMUN NOPAXKEHNAMMU U BHYTPUYEPENHBIMU KPOBOU3INAHUAMMN Y HOBOPOIKAEHHbIX
[6]. BO3MOXHO Hanmume npeHaTa/ibHbIX NOpPaXKeHMN Kopbl M 6enoro BelLecTBa, 6a3anbHbIX
A4EP M MO30/IMCTOrO TENA B BUAE CHUMKEHWUA NJIOTHOCTU YKa3aHHbIX 0b6pasoBaHuit. bonee
MHPOPMATUBHOMN ABNAETCA MAarHUTHO-PE30HAHCHAA TOMOrpadus roI0BHOrO Mo3ra, KoTopas
NpPOBOAMTCA Ha 1-M rofy *KXM3HWU pebeHKa U MOXKET AEMOHCTPMPOBATb KOPTUKA/IbHbIE
ANCTEHEe3UNK, TMNONNAa3n MO30/IMCTOrO TE/TA M MO3XKEUKa, a TaKXKe NoBpeXaeHus benoro
BELLEeCTBa r0JIOBHOrO MO3ra.

Pe3ynbTaTtbl an1eKTposHUedanorpadpum, anekTpoHeripommorpadpumn, nccnefoBaHnA Bbi3BaHHbIX
KOPKOBbIX MOTEHLMANO0B B HEOHATa/IbHOM Nepuoae HecneunduyHbl U He MOTyT NCNO/1Ib30BaTbCA
ana anddepeHUNanbHOM AMAarHOCTUKMN.

OnddepeHumanbHbIM guarHos. CxoaHble ¢ HacneaCcTBEHHbIMU AedeKTaMn meTaboimama
KNMHUYECKME CUMMTOMbI (HEBPOIOTMYECKME CUMNTOMbI, HAPYLUEHUA AbIXaHUA U CO3HAHUSA,



CY4,0pPOruY, MblLLEYHAA TMNOTOHMA, PBOTA) YAaCTO BCTPEYAIOTCA NPU TMNOKCUYECKU-ULLEMUYECKUX
sHUedanonaTmAx, NOPOKax Pa3BUTUA FTONIOBHOTO MO3ra, BHYTPUYTPOOHbIX MHPEKLMAX NN
BHYTpPUYEPENHbIX KPOBOU3NUAHNAX. OCHOBHbIE aHAMHECTUYECKME U KNMHUYECKME pa3nnyms
HacneacTBeHHbIX 6onesHel 0bmeHa 1 TMNOKCUYECKM-ULLEMMYECKOM SHLedanonaTum
HOBOPOXAEHHbIX NPUBEAEHbI B Tab. 6.

Tabnnua 6. AnddepeHumanbHbll AMarHo3 Hac/leAcTBEHHbIX 3ab601eBaHM 06MeHa BELWECTB U
rMMNOKCUYECKU-ULLEMUYECKOM HUedaonaTMmn B HeoHaTa/IbHOM nepuoae

MMnoKkcuyecku- HacnepgcteeHHas
CumnTom ulemunyeckas 6onesHb
sHuedanonatma meTabonmsma
OTAroWweHHOCTb POAOC/AOBHOM NO .
HEeBPONOrMYecKMM 3aboneBaHNAM
'Mnokcma nnopga + -
OTaroweHHoe Te4yeHne bepeMeHHOCTN U POAOB + -
3aboneBaHMA maTepwu, Bbi3blBatOLWME HAPYLLEHMUA
naaLeHTapHOro KPOBOTOKA (XpOHUYECKME
BOCManuTeNbHble 3ab601eBaHNA NO0OBON cepbl, + -
NaToN0rMA NNaLEeHTbI, apTepuanbHasa rmnepTeH3ns
nap.)

MeKoHMaNnbHOe OKpallMBaHME OKOJIONNOAHbIX BOA, |+ -
HepoHOWeEHHOCTb +

MoABAeHME HEBPOIOTMYECKUX HAPYLLUEHWUI Cpasy
nocne poxaeHun

YepenHo-nunuesas aucmopdums - +

Fenatomeranus, Kapanommonatma, noOJIMKNCTO3
noyek

HelpocoHorpaduyeckne nsmeHeHus,
XapaKTepHble ANA TMNOKCUYECKN-ULLEMUYECKOM + -
sHuedanonaTnu

*
MprMmeyaHue. BO3MOXHa, HO He XapaKTepHa.

NeyeHune. Bo MHOMMX cay4anx He0bX04MMbl SKCTPEHHbIE TepaneBTUYEeCKMe MeponpuaTus,
HanpaB/ieHHble Ha BOPbOY C XKU3HEYTPOXKALMMM aLLMA030M, TMNOTANKEMUEN,
rmnepammoHuemment u runososiemumelt [7]. KOHUEHTpaLUMA TOKCUUYHbIX MeTabonTOB B KPOBMU
NOMKHA BbITb HOPMaNM30BaHa Kak MOXHO bbicTpee, YTOBbI NPeaoTBPaTUTL HeobpaTUMmoe
noBpeXJeHne ronoBHOro mosra. Hambonee appekTMBHLIM COCOHOM N1eYeHUA B OCTPOM
nepuoje ABAAeTcA remoamnanms.

MPUHUMMBI IeYEHUA FTEHETUYECKU AETEPMUHUPOBAHHbIX AedeKToB MeTaboM3Ma MOXKHO
YC/IOBHO pa3faennTb Ha <npambie> 1 <Henpsamblie> [2]. K <npAmMbIM> noaxoaam OTHOCAT 3aMeHy
AedeKTHoro pepmeHTa UAM reHa, OTBETCTBEHHOTIO 33 CMHTE3 depmeHTa. [aHHbIN noaxos,
obecneunBaeT KapaMHanbHOe peweHne Npobaem, cBA3aHHbIX C MeTabonyeckumm



paCCTpOﬁCTBaMM. O,D,HaI-(O, K COXaneHunto, <npAamoe> BMeLlaTe/IbCTBO B HacCToALLee BpemMmAa
HEBO3MOMXKHO.

K <HenpambIM> noaxogam K Tepanum oTHOCATCA:

- YMEeHbLLUEHMe NOCTYN/IeHUA B OpraHU3M BELLECTB, 0OMEH KOTOPbIX HapYLUEH;
- BBeAeHWe HegocTatowero metabonnta;

- yAaneHne TOKCUYHbIX BELLECTB;

- cBeAEHME K MMHUMYMY BBEAEHUA NpenapaToB UAN AeNCTBUA ApYrMX GpaKTopos,
CMOCOBCTBYIOLWMX YXYALWEHUIO COCTOAHMA BONBHOTO;

- Ha3HaYeHne BUTaMMUHOB, ABNAIOLWNXCA KodaKTopamu gedeKTHbIX GepMeHTOB;
- yMeHblueHne 06pa3oBaHNA TOKCUYHbBIX MeTabonToB.

YMeHblUeHne BBeAEHUS NI0X0 MeTaboNn3NPyEMbIX BELLLECTB AOCTUTAETCA C MOMOLLbHO
moauduKkaumn ametbl. JaHHbI MmeTod UcnosibayeTcs y 60/1bHbIX ¢ 6on1e3HAMN 0bMeHa
aMUHOKMCNOT, HAPYLIEHUAMMU B LMKAE CUHTE3a MOYEBMHbI, MPU HEKOTOPbIX OPraHNYeCcKmX
aunaypusax U1 MMTOXOHAPMANbHbIX SHUedaloMMoNaTUAX. B NeYeHNU HapyLLIEHUIA OKUCNEHUS
YMPHbIX KUC/IOT MPUMEHAETCA ANeToTepanusa ¢ orpaHnuYeHmem *Knpos (80 15% KanopuintHocTu)
n oboraweHmem yrnesogamm (4o 65% KanopuiHocTm).

CBA3blBaHWE TOKCMYHOIrO MeTabonnTa ApyrMmum BeLecTBaMmn 1 BbiBe4eHMe ero 13 opraHnsma B
BMAE HETOKCMYHbIX COeAMHEHUIN peannsyeTca NocpeacTBOM NPUMEHEHUA cneymanbHbIX
JIeKapCTBEHHbIX cpeacTB. TaK, Npu runepammoHMeMnm UCNoNb3yoTcA 6eH3oaT, deHnnaueTaT u
beHnnbytrpat HaTpuAa. BeH3oaT HaTpuAa cBA3bIBAETCA C IMULUMHOM M B BUAE HETOKCUYHOIO
coeguHeHUA BbIBOAMTCA U3 opraHmM3ma. Mpu HeadPeKTUBHOCTU AaHHbIX NpenapaTos
NCNob3yeTca remo- Uan NepuToHeanbHbI Ananms. NapannenbHo Npu rMnepammoHMeMum
NnpoBOAMTCA pe3Koe orpaHuYeHne B anete 6esKka n BHYTPUBEHHO BBOAMTCA I1OKO3a.
Ncnonb3oBaHWe AaHHbIX METOAMK IeYEHUA NPUBENO K TOMY, UTO 93% AeTel ¢ HapyLeHUAMMN
LMK/ CUHTEe3a MOYEBUHbI A0XMBatOT A0 1 roaa. MNpu n3oBanepruaHoBOM auMAEMUN C Le/bto
BbIBEAEHWNSA TOKCUYHbIX METaboINTOB MCMO/b3YETCA MULMH, Npy AedeKTax #-oKncneHms
YKMPHbIX KUCNOT - KAPHUTUH KaKCPeACTBO, NOBbILWAOLLEE MHTEHCMBHOCTb BHYTPUK/IETOYHOIO
TPaHCMNOPTa *UPHbIX KNUC/OT.

K daKkTopam, NpoBOLMPYIOWUM YXYALIEHNE TeYEHUA HEKOTOPbIX ANCMeTabonnyecKmx
3abonesaHuit (Hanpumep, aeduumTa aumn-CoA-gerngporeHas) B HEOHaTaIbHOM NepUoaEe U
nocne Hero, OTHOCATCA A/IMTENbHOE ro04aHne, U36bITOK BENKOB U XKUPOB B AMeTe U
NHTEPKYpPpPEeHTHble 3aboneBaHnA. HepeaKo OHWM <3anyCcKaloT> Kackag HeobpaTUMbIxX
MeTaboNnYeckux HapyLLueHWit. Mo3ToMy NpYM MHOTMX HaCNeACTBEHHbIX 60ne3HAX 0bMeHa
BeLLecTB cneayeT nsberatb 6€NKOBbIX MW KUPOBbIX MULLEBLIX HAarPy30K MU rofIoAaHus,
NPOBOAMUTL IEYEHME UHTEPKYPPEHTHLIX BoNesHeNn.

Ha3sHaueHMe BbICOKUX 403 BUTaMUHOB (TMamuHa 200-1000 mr/cyT, pubodnasunHa 100 mr/cyT n
HUKOTMHammnAaa 1 r/cyT) aaet nevebHblt 3hdEKT NPU Pa3ANYHbIX BUAAX MUTOXOHAPMUAbHbIX
3Huedanommonatuin. Hekotopble pubodnasmHsaBucuMble GOPMbl MHOXKECTBEHHOIO AeduumnTa



aumn-CoA-pgerngporeHas (rnytaposas aungemms, Tmn ll) nogaaroTca N€4eHN0 BbICOKUMMU

no3amu pubodnasuHa (go 100 mr/cyT).

OCHOBHble BMAbl TEPANMM HAaCNEeACTBEHHbIX 601e3Hel meTabon3ma ¢ HeoHaTa /ibHbIM

nebroTom npeacTaBaeHbl B Tabn. 7.

Tabaunua 7. OcobeHHOCTV Tepanuu Npu HeoHaTabHbIX GOPMax HacNeACTBEHHbIX 3ab601eBaHUN

obmeHa BellecTB

3abonesaHune

Hapyu.leHMﬂ B LLlMK/1€ CMHTE3A MOYEBUHDbI

HekeToTn4yecKasn rmnepraimunHemmaA

BonesHb ¢ 3anaxom MoYM KNEHOBOTO
cupona

MN3oBanepunaHoBasa aungemmn

MeTnamanoHoBasa aunaypua

JleyeHune

femoamanus, nepuToHeabHbI Ananns

BbICOKOKasIopuiMHana AneTa C pe3KMM orpaHUYeHnem
cogepraHua 6enka n gobaBKamMm aMMHOKUCAOT

BHyTpuBEHHOE UM 3HTEPA/IbHOE BBEAEHME
6eH30aTa HaTpua (250 mMr/Kr B CyTKK) nnu
deHunnauerara (250-500 Mr/Kr B CyTKM) UK
beHnnbytmpara (500 mr/Kr B CyTKM)

L-apruHuH (400-800 mr/Kr B CyTKM)

I'Iepeca,u,Ka nevyeHn

BHyTpuBeHHOEe BBeAeHMe BeH3oaTa HaTpuma (250
MF/KF B CYyTKM)

MuprUAoKcKH (50 Mr/Kr B CyTKM)
JekctpomeTopdaH

MpoT1BOMNOKa3aH NpMem BanbnNpoaTos

Femoaunanms, nepuToHeanbHbI ANanm3
BblcOKOKanopuinHas AneTta c orpaHUYeHnem
aMWHOKMCNOT C pa3BeTBieHHOM Lenbto (40-60 mr

NnerumHa Ha 1 Kr macchbl)

TuamuH (50 mr - 500 mr/cyT)

[veta c orpaHMueHnem cogepaHun 6enka
L-KapHUTKH (100 mr/cyTKn)

ravumH (go 250 mr/Kkr/cyT)

[neTa c pe3kum orpaHuyeHnem coaepxaHua b6enka
(n3onenunH, BaNNH, METUOHUH, TPEOHWH)

MapokcnukobanamuH, ageHosnnkobanamumH (15



MponnoHoBasa aunaemmsa

Oedbnumnt 3-rnapo-3-metTuarnytapun-
CoA-nnaspbl

Oedbnumnt ppykTo30-1,6-6udocdaTasbl

Jednumnt nupyBaTaerMaporeHasHoro
KoMMeKca

Oedbnumnt nupysaTtkapboKcnnasbl

Oeduunt | Komnnekca AbIXxaTeIbHOM
Lenn MUTOXOHAPUM

mr/cyT)
L-KapHUTKH (100 mr/Kr B CyTKM)

MeTtpoHuaason (10-15 mr/cyT)

lremoauanus, nepuToHean bHbIM aAnanun3

[neTa c pe3kum orpaHuyYeHnem coaepaHua benka
(M30neMUNH, BANUH, METUOHMH, TPEOHWUH)

L-KapHUTKH (100 mr/Kr B CyTKH)
BuoTtuH (5-10 mr/cyT)

MeTtpoHuaason (10-15 mr/cyT)

Yactoe KopmaeHune anAa NCKAKYeHNA ronogaHnA

[uneTa c HU3KUM coaeprkaHnem b6enka n AMnuaos
(yrneBogHoe nutaHue)

L-KapHUTKH (100 mr/Kr B CyTKM)

[neTa c uckntoueHnem GpyKTo3bl

BHyTpuBEHHOE BBEAEHME INIOKO3bI U BUKAapbOHaTa

[lneTta c BbICOKMM cogeprKaHNEeM XNPOB N HU3KUM -
yrnesoaos

L-KapHUTMH (100 mr/Kr B CyTKM)
TuamuH (ao 200 mr/cyT)
Ounxnopauetart (35-50 mr/Kr B cyTKM)

JNlnnoesas kucnota (4o 500 mr/cyT)

[lneTta c BbICOKMM cogeprKaHUeM XNPOB U HU3KUM -
yrnesoaos

BuotuH (10 mr/cyT)

AcnapTaToBas Kncnota

[neTa c orpaHNYeHnem yrnesoaos
HukotuHamng, (oo 500 mr/cyT)

PubodnasuH (4o 100 mr/cyT)



L-KapHUTKH (50-100 mr/Kr B CyTKM)

Ounxnopauetart (35-50 mr/Kr B cyTKM)

[neTa c HU3KUM cogeprkaHnem b6enka n AMnuaos
MHO»ecTBeHHan He40CTaTOYHOCTb
aunn-CoA-gernaporeHas KuUpHbIx PubodnasumH (100-300 mr/cyT)
KMcnot

L -KapHUTUH (100 mr/Kr B CyTKM)

Yactoe KopMmaeHue ANA UCKIYEHUA rO104aHMA

[uneTa co CHMKEHHbIM cogeprKaHNeEM KUPOB U
NOBbILWEHHbIM - YI1€BO40B

Oednumt aunn-CoA-germgporeHas

YKUPHbIX KUCNOT CO CpeaHen aNNHOM L-KapHUTKH (100 mr/Kr B CyTKM)

yrnepoaHou uenm
PubodnasumH (100-300 mr/cyT)

BHyTpuBEHHOE BBEAEHME PACTBOPOB I/1H0KO3bI U
6uKapboHaTa HaTpusA

3HayeHWe CBOEBPEMEHHOM AMArHOCTUKM BPOXKAEHHbIX AedeKTOB MeTabonM3ma Ype3BblHaMHO
BEJINKO. K I0CTYNMHbIM CKPMHUHIOBbIM METOAMKAM NMPU Hac/eACTBEHHbIX 60/1e3HAX 0bMeHa
BELLECTB C MPOAB/JIEHUAMMN B HEOHATA/IbHOM NEepMoae OTHOCATCA onpeaeneHne coaeprKaHuma
JIAKTaTa, rMIKO3bl U aMMOHMUSA B KPOBU, OPraHMYECKUX KUCNOT U aMUHOKMKC/IOT B MOYe.
HecBoeBpemeHHOe yCTaHOBAEHWE AMArHO3a M OTCYTCTBME aZLeKBATHOIO JIeYEHUA MOXKET
NPUBECTU K CMEPTU HOBOPOXKAEHHOIO U/ K TAMKEJION HEBPONOTMYECKON MHBA/IMAHOCTU.
MpaBunbHaA TPAKTOBKA NAaTONOMMM cnocobHa obecneynTb ONTUMAIbHOE HEPBHO-NCUXNYECKOE
pa3BuTUE pebeHKa M OKa3aTb YJIeHaM ero CeMbW CBOEBPEMEHHYIO CNELLMann3npPoOBaHHYO
MeAMNKO-TeHETUYECKYHO NOMOLLb.
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