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The article presents a clinic case of glutaric acidae-
mia type 1l (GA 1) in premature newborn boy with
earlier manifestation as metabolic acidosis, multi-or-
gan disfunction accompanied by congenital infection.
The diagnosis was confirmed by method of tandem-
mass spectrometry. The diagnostic methods, complex
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BBenenue

I'nmyrapoBas aumnemus |l Tuna (MHOKeCTBEHHAs] HEOCTATOYHOCTh ALIMJII-
Ko-A neruaporenas >KMpHBIX KUCIIOT) IPEACTABISET COOON KIMHUYECKH FeTepo-
T€HHOE HapyIIEHUE MEXaHU3Ma OKUCIICHUS YKUPHBIX KUCIOT U aMUHOKHCIIOT, pe-
aJM3YIoIeecs B IMana3oHe OT TSHKEbIX HEOHATAIbHBIX MPOSBICHUN B BUAEC Me-
Ta0OJIMYECKUX KPHU30B, KAPAUOMHUOMATUU U 3a00JIeBaHUN TIEYEHU 0 JIETKOU
dbopmbl 3a0051€BaHUS B IETCKOM BO3PACTE, TPOSIBISIONIETOCS IEPUOIUUECKON Me-
Ta0OJIMUECKON JIEKOMIICHCAIIMEN, MBIIIEYHON CJIa00CThIO, JBIXaTeIbHON HEJ0-
CTaTOYHOCTHIO [2, 6].

[TaTtorenes aToro 3aboJieBaHus CBS3aH C HAPYIICHUEM CHHTE3a (PEPMEHTOB
(?H3UMOB), KOTOpPbIE YYaCTBYIOT B Pa3jI0KCHUU U YCBOCHHUH aMHUHOKHUCIIOT — JIU-
3WHa, BaJIMHA, TpuntodaHa, JeiuHa. B pe3ynbrate HapyleHus: yCBOCHUS ITUX
aMUHOKHUCIIOT 00pa3yeTcsi O4eHb TOKCHYHAS sl OpraHu3Ma riyTapoBasi KHCIOTa
[3, 9].

I'myrapoBas auunemus |l Thma (MHOXeCTBEHHass HEIOCTaTOYHOCTh AU~
Ko-A nerunporenas )HpHBIX KUCIIOT) SIBJISACTCSA OYCHb PEAKUM HACIICACTBEHHBIM
3a00JIeBaHUEM CpEIU HOBOPOXKIACHHBIX MO ayTOCOMHO-PEIECCUBHOMY THITY C
TOYHO HEU3BECTHOW 4aCTOTOM ciiydaeB. [10 HEKOTOPBIM UCTOYHUKAM 4acTOTA 3a-
6oneanmst — 1:300 000 KUBBIX HOBOPOXKICHHBIX [2, 5]. 3a0oeBaHne BKIFOUYEHO
B IIEPEUCHb >KU3HEYTPOXKAIOUIUX, TsxKeNIbIx, peakux (kog mo MKB 10 E71.3
«HapyUIeHUs] 0OMEHA KUPHBIX KHCIIOT») COTJIACHO NocTaHOBIeHUIO [IpaBuTenb-
ctBa PD Ne 403 ot 26 anpens 2012 1.

[TaTorene3 o0yCIOBIEH OTCYTCTBHEM WJIM HEMPABWIBHOW paboToil dep-
MeHTOB  (uraBonporeniH mepeHoca anekrpoHoB (ETF), ETF-youxuHOH-
okcuaopeaykrasza (ETF:QO)), oTBeuaronux 3a paciierjicHue ¥ YCBOCHHE KUPOB
1 OEJKOB, HUCIOJIb3YEMbIX B KAUECTBE MCTOYHUKA DHEPTUU MPHU TOJIOJAHUU WU

BO Bpemsi cHa. Korja oaun u3 3Tix GepMeHTOB OTCYTCTBYET, OPTaHU3M HE MOXKET



pacIIeIATh OCJIKU U JKUPBI C LEJbIO MOJIYYEHUS! SHEPT UM, 3arac TIII0OKO3bl pac-
XOJyeTCsl, pa3BUBAETCS TUIOIIMKEMHUS U MPOUCXOAUT HAKOIUIEHHE TIyTapOBOM
KHUCJIOTBI U JPYTUX BPEIHBIX BEIIECTB B KPOBH, SBISIFOIIMXCS TOKCHYHBIMHU B
00JBIINX KOHIIEHTpanusx [1, 2].

Beinensror tpu kiunHHYeckre GopMel 3a0oneBanus [2, 7]:

1. HeonaranbHas ¢opma ¢ BpOXKACHHBIMH MOPOKaMU pa3BUTHA (OOIbHBIE
POKIAIOTCA paHbllle CPOKa, 3a00JIeBaHKE MPOSBIIAECTCA C POKJICHUS B BUJIE Kpa-
HUoLeQanbHbIX AU3MOPPUI, HEPPO- U renaroMerajiui, XapakTepHOro 3amaxa
«MOTHBIX HOIY, OBICTpOpa3BUBatolerocs (B nepsbie 24 yaca »KU3HU) MeTabO0IH-
YEeCKOT0 alu03a U HEKETOTUYECKON TUIOTJIMKEMUH, KOTOPBIE B CBOIO OYepe/b
NPUBOJAT K T€HEPATM30BAHHON MBIIIICYHOW TMIIOTOHUH, JIETATBHOMY UCXOJly Ha
¢dboHe IeTapruu U KOMBI).

2. HeonaranbHast opMa 0e3 BpOKIEHHBIX IIOPOKOB PA3BUTHSL (I€TH POXK-
JA0TCsl paHblle FeCTAallMOHHOIO CPOKa, O0JIe3Hb MaHU(PECTUPYET B HEOHATANb-
HBII IEPUOJI B BUJIE OCTPBIX IPUCTYIIOB PBOTHI, OTKa3a OT MMILH, MBIIIIEYHOU I'H-
OTOHUM, TaXUITHO?, JETAPTUU, KOMbI Ha (POHE TSHKETIOW HEKETOTUYECKOW TMIIO-
IJIMKEMUH, METa0OJIMYECKOro alu103a Kak peakiys Ha roJIoJaHue WM BUpPYC-
Hble HH(eKkun. HebmaronpuaTHbI HCXO/ YacTO HACTyMaeT B HEOHATAJIbHOM Iie-
pHOJIE OT CepAEUYHON HEIOCTATOUHOCTH IMPH SIBICHUSAX TSXKEION KapIuOMHOIIa-
THUH U HApYIICHUS CEPACYHOTO PUTMA).

3. ®opma ¢ mo3AHUM Je0I0TOM (MEepBble KIMHUYECKHE CUMITOMBI MOTYT
pa3BUTHCS Ha JIIOOOM 3Tare KU3HU, XapaKTepHO BOIHOOOpa3HOE TeueHue, 3a00-
JeBaHHE MPOTEKAET B BUE OCTPBIX MPHUCTYIOB PBOTHI, TUIIOTIUKEMUH, METab0-
JMYECKOTO alK103a, KOMbI, FeaToMerajui, MUONaTHUECKOTO CHHIPOMa, Hapac-

TArOIICH MBIIICYHON CITA00CTH).



3amayeil uccienoBaHus SIBISETCS JEMOHCTPALUs PEJKOro KIMHUYECKOro
ciydast HeoHaTanbHOU (opmbl I'A |l Tuna ¢ panneit Manudecrauueit 3adonesa-
HUS Ha (hOHE BPOKJICHHOT0 MH(PEKIITMOHHOTO MPOIlecca, 3aBePIIUBIIETOCS JOCTH-

JKCHHUECM PCMUCCHH.

Martepuan ¥ MeTOAbI

Ha 6a3e I'BY3 «Kpaesas kinnndeckas 6onapauia Ne 2» (KpacHoaap) Bbi-
Xa)KMBAJIM HEJIOHOIIEHHOI0 MallbuuKka C¢ TaytapoBoit amuaypueit Il tuma. Pe-
OCHKY MPOBOJUIN KIMHUYECKUE U UHCTPYMEHTAIbHbIE 00CIE0BAHMS, a TAKKe
KOMILJIEKCHOE JICYCHUE B OT/ICJICHUH PEaHUMAIIMM U UHTEHCUBHOM Tepanuu Ne 2
(OPUTH Ne 2) u B otaenenuu miaammero Bozpacta (OMB) I'bBY3 «/lerckas kpa-
eBas KIMHU4Yeckas OonbHMIIA» MUHHCTEpCTBa 31paBooxpaHeHun KpacHomap-

CKOr'o Kpasd.

Kiannuveckoe Hada01eHne

OcHOBHOM UarHo3: HeJOHOEHHOCTh 31-32 Hegenu. [locTkoHLIENTYaN b-
HeIii Bo3pacT 38-39 Hemenb. Bpoxxaenusie mopoku passutus (BIIP): macnen-
CTBEHHBIC 3a00eBaHus oOMeHa BemiecTB. [ myrapoBas amunoanuaypus Il tuma
(MHOXECTBEHHAsi HEJOCTaTOYHOCTh amii-KoA aeruaporenas). Ilo3nuuii HeoHa-
TaJbHBIN CENCUC (PEKOHBAJIECIIEHT).

Ocnoxnenusi: Bropuunas kapauomuonarusi, JBC-cunapom, JierouHoe
KpoBOTeueHue (KynupoBaHo). Bropuunas TpomOoruTonenus (KynmiupoBaHa).

ConyTcTByrommuii auaruo3: bpoHxonerounas aucmiiasusi, HoBas (opma,
TsDKenoe TeueHne. | unokcnuecku-remopparundeckoe nmopaxenue [IJTHC B popme
I[INBK | crenenn, octpeiil nepuon, cuaapom yraerenust LIHC. BuytpuytpoOHas
runotpodus | crenenn (JIMT 12 %). Anemust cMemaHHOTo TeHe3a (B aHaMHe3e).

HeonartanbHblii xosiecta3. ABackyisipHas cetyatka B 30He |11.



AHamHe3: HenoHomeHHsbI ManpuuK poauicsa Ha 31-32 Hexene rectannu
MyTEeM KecapeBa CEUCHUSI B IKCTPEHHOM MOPSIKE BCIEACTBUE MPOTPECCUPYIO-
el BHyTpuyTpoOHo# runokcun mioga B MbY3 «KpacHonapckas ropoackas
KJIIMHUYEeCKass O0OJbHUIIA CKOPOM MEIUIIMHCKOM TOMOIIu», poaaom T. KpacHo-
napa.

bepemennocTs TpeThs (mepBas W BTOpas OCPEMEHHOCTH 3aKOHUYHIIHCH
CPOUYHBIMHM pPOJIaMH) MpOTeKasa Ha (PoHEe: MOYECKAaMEHHOU 0O0Je3HU, XpOHUUE-
CKOro nuenoHedpuTa, OCTpol pecupaTopHoi HHMEKIMHU, OCTPOro puHuta B 20
HeJleNb 0epEeMEHHOCTH, MPOTEUHYPHUH B 29 Helelb, XpOHUYECKOU (eToriameH-
TapHOW HEAOCTATOYHOCTH (nmexomriieHcanus) B 30 Heaeab, CHHAPOMA 3a/ICPKKH
pasButus wioaa Il crenenu, recraimonHoro caxapHoro auadera. PedeHok po-
JUJICS ¢ OLIEHKOM Mo mikaie Anrap 4—5 6amioB, maccoit Tena — 1150 1.

PazBuTne cocTosiHMS BO BpEMs HAXOXKAEHUS B POAJOME: C POXKAECHUS TH-
KECTh COCTOSIHUSI O0YCIIOBIMBANACH JIBIXaTEIbHBIMU PACCTPOUCTBAMHU, KUCIIO-
POI03aBUCUMOCTBIO, HEBPOJOIrMYECKON CHMITOMAaTUKOW B BHUIE CHUHIpOMA
yrHeTeHus 1eHTpainbHo HepBHOU cucteMbl (LIHC), MmopdhodyHKIIMOHATBEHOM
HE3pENOCThI0 HA (JOHE HEIOHOMIEHHOCTH. B ponuiibHOM 3alie TpOBEACHBI Tep-
BUYHbIE PEAHUMALMOHHBIE MEPOIPHUSITHUSA: JTYUUCTOE TEIUIO, CAHALUS BEPXHUX
IBIXAaTENbHBIX MyTEH, MPOIJIECHHBIA BIOX, UICKYCCTBEHHAs BEHTHWISIUS JIETKUX
(MBJI) mackoii, uaTyOanus tpaxeu, nepesona Ha MBJIL.

[Tocne npoBeeHNs MEPBUYHBIX U PEAHUMAIIMOHHBIX MEPONPUSITUN HAYATO
JICYCHHE: TTOCIe peHTreHorpadguu opranoB rpyaHoit kietku (OI'K), ¢ yaetom Ts-
xecTu pecnmparopHoro auctpecc-cunapoma (PJC) Beeaen cypdaxrant — 200
MT/KT C TIOCJICTYFOIIIMM KOHTPOJIBHBIM PEHTTEHOJIOTHIECKIM HCCIISIOBAHUEM OP-
raHOB TPYJAHOU KJIETKH, MOJIKJII0YEHA aHTHOaKTepualbHas Tepanus (aMIuIui-
TUH + cynb0akTaM — 75 MI/KT/CyT), TeMOCTaTHYECKas Teparusi, Ha4aTo YHTEPaIb-
HOe nuTtanue. Ha BTOpbIe CYTKM XKU3HU COCTOSHUE C OTPULATEIBHON JTUHAMUKOU

3a CUCT MIMPHUCOCOAMHCHUA META0O0INIECKUX W reMoanHaMHu4CCKHuX HapymeHI/Iﬁ



(apTepuanibHasi TUIOTEH3UA), KIMHUKK 3HTepokosnuTa. K jedeHuro Oblia moj-
KJIFOUEHA KapAHOTOHUYECKas MojjaepxkKa. PeOeHOK ObUT mepeBe/leH Ha MOJHOE
napeHTepajbHOEe TNHUTAHME, HayaTa JEKOMIIPECCHUS KEIyA0YHO-KUIIEYHOrO
TpakTa, aHTUOAKTEepUaIbHas Tepanus yCujieHa FreHTaMUIIMHOM — 4,5 MT/KI/CyT.

Ha ueTBepThie CyTKHU )KM3HU JIs1 IPOBEJICHUS JalbHEHNILIEro Je4eHus u 00-
CJIEIOBaHUS MO KMU3HEHHBIM MOKa3aHUsAM peOeHOK ObUT EPEBEICH B OTACICHUE
peaHuMaluy U MHTEHCUBHOM Tepanuy HOBOPOKIEHHBIX 000CO0JIEHHOTO MOApa3-
nenenus nepuHatanbHoro nentpa ['bY3 «KKB Ne 2y (KpacHomap) B TpaHcHOpT-
HOM MHKYOaTope ¢ BCTpoeHHbIM anmnapatom UBJIL.

B otnenenun npoBeneHo noo0ciaeaoBaHne peOeHKa: B 1a0OpPaTOPHOM HC-
CJIEIOBAaHMHU B KJIMHUYECKOM aHAJIU3€ KPOBU OTMEYAINCH CKIOHHOCTD K JIEHKO-
nennu (7,2-10%n), noseimensslii yposenb C-peakTusHOro 6Genka (49,41 mr/m),
ypOBEHb MPOKAIbLIUTOHUHA — Oosnee 10 HI/MJ, Ha peHTreHe OpraHOB I'PYIHOM
KJIETKHU MPU3HAKU MTHEBMOHHMHM U MHTOKCUKAIMOHHOW Kapauomnatuu. Ha pentre-
HOTpamMMe OpraHoB OPIOIIHON MOJIOCTH — AU y3HbIE U3MEHEHHUS MTeYEHU U MO/ -
KEJIYJAOUYHOM >KeJe3bl, NMPU3HAKKA KUIIEYHOM HEMPOXOIUMOCTH M CBOOOJHOIO
ra3a B OpIOIIHOM MOJIOCTH He OOHapy)eHbI. [Ipu yIbTpa3ByKOBOM HCCIEIOBAHUU
OpraHoB OPIOITHOM MOJOCTU BBISBICHBI TU( (G Y3HbIE U3MEHEHUS MAPEHXUMBI T1e-
YeHU W TOJDKeNymoyHou sxene3bl. DXO-kapauorpadus: (yHKIHOHUPYIOIIEE
oBaJibHOE OKHO. Heitpoconorpadus: nuddy3Hoe MOBHIIIICHHE 3XOT€HHOCTH TIe-
PUBEHTPUKYJIIPHBIX 30H, IPU3HAKU HE3PEIIOCTH.

Hecmotpsa Ha npoBoguMyto Tepamnuio, Ha 19-e CyTKM )XKM3HH OTMEUYaIUCh
IPOrpeccUpylollee yXyAlleHHe COCTOsIHNE pebeHka 3a cuer peanuzanuun JIBC-
CHUHAPOMA B BUJE JIETOYHOIO KPOBOTEUYEHUS, TEMOJIMHAMUYECKHE HAPYLIECHUS —
apTepualibHasi TUMIOTEH3Us, HApaCTaHUs B BUJIE HAPYIIEHUS TOJIEPAHTHOCTH K
YCBOEHHUIO IApeHTepaabHOro mutanus. lIpoBeneHa peHTreHorpamMma OpraHoB
IPYAHON KJIETKU (CHUKEHUE BO3IYUIHOCTHU JIETOYHOW TKaHM), MPOBEICH 3a00p
KpPOBU Ha Koaryjorpammy (pacTBopuMble (PUOPUH-MOHOMEPHBIE KOMILJIEKCHI

(POMK) — 22 mMr%, akTUBHUPOBAHHOE YACTUYHOE TPOMOOILIACTUHOBOE BpEMS



(AYTB) Het cBepThIBaHU ), K JICUCHHUIO TOKIIOYCHA TeMOCTATHYCCKAs TePaITHs:
HayaTa TpaHc]y3us cBexezamopoxkeHHoH 1iazMbl (C3I1) ¢ 1enbio Bo3MeleHus
(bakTOpOB CBEpThIBAaHUS KPOBU + HUIMHOH — 12,5% 0,1 mi/kr/cyt. B xnunuue-
CKOM aHajiu3e KpoBH — maHiuToneHus. [lo maHHbIM OakTepuaIbHOTO MOHHUTO-
pHUHra IMOCEBOB: U3 HECTEPHILHBIX JIOKYCOB (aHyc) Stenotrophomonas maltophilia
(kpoBb U Tpaxes 6e3 pocta). [To corinacoBaHUIO ¢ KIMHHYSCKAM (papMakoIoroMm
IIpOBeICHa KOPPEKIIMS aHTUOAKTEpUATIbHON TepaIiu: C y4eTOM YyBCTBUTEIIHHO-
CTU TIO pe3ysibTaTaM OaKTepHOJOTMYECKOTO MOHHTOPWHIA Ha3HA4YeH: MeEporie-
HeMoM — 60 mr/kr/cyt + Ko-tpumokcazon — 36 mr/kr/cyt. C 1e1bl0 TaCCUBHOM
UMMYHOJIOTAIIMK K TEPAIUU MOAKIIOYCH MEHTAra00uH — 5 MiI/Kr/CyT KypcoBOii
710301 (3-e CyTOK), MOJKIF0YeHA KapIMOTOHUYECKas moiiepxka (mopamMmun — 7,5
Mkr/ kr/muH), agpenanut — 0,1 MKr/kr/MuH.

HecMoTpst Ha MpoBOIUMYIO TEPAINIO, 10 pe3yIbTaTaM JIabopaToOpHOTo 00-
CJIEIOBAHUS COXPAHSJICS BHICOKMIM MATTEPH JIaKTaTa Ha (poHe ynydiieHus ooen

KJIMHUYECKON KapTHUHBI U KOPPEKIUH JIeueHUs (PUCYHOK 1).
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Pucynok 1 — JlunaMuka akrata v JISUKOIIUTOB B KPOBU peOEHKa
Kak nmokazano Ha pucyHke 1, ¢ mepBbIX CYTOK JKM3HU B KPOBU MajbuuKa
OTMEYaJIOCh MPOIPECCUBHOE MOBBIICHUE YPOBHS JIAKTATA C JOCTHKECHUEM MaK-
CHMaJIbHBIX 3HaYCHUN K 29-M cyTKaM, MPEBBIIAIONINX HOpMY OoJiee uem B 7 pas
Ha (hoHe perpecca JEUKONEHUH U TOJIOKUTEIbHON JUHAMUKH K 0011IeH KInHuYe-

CKOM KapTUHE, HUBEJINPOBAHUS FEMOJIUHAMHYECKUX HAPYIIEHHUH, UTO TTO3BOJIMIIO



PELINTh BOIPOC 00 UCKIIIOUEHUHU Y PEOEHKA BO3MOKHOCTH peau3alii TeHETH-
YECKH JICTCPMUHUPOBAHHBIX METAOOINUYECKUX HAPYIIICH Ui,

Ha 29-e cyTku >xu3HH BpaueOHBIM KOHCHJIMYMOM OBLJIO TIPUHSTO PEIICHUE
o0 noobcienoBanuu pedbenka B denepadbHOM TOCYJAPCTBEHHOM OIOIKETHOM
HAy4YHOM YUpexaeHun «MeauKko-reHeTUUeCKUil HaydHbId LeHTp» T. MockBa (1a-
nee ®I'bH «MI'HL») ¢ uenbto nmpoBenenus qudpepeHnranibHol TMarHOCTUKHY:
BpoxaenHbiit mopok pa3BuTHs: HelipoMmeTaboinueckoe 3adoneBanue? Opranu-
yeckas anuaypusi? AMunoauuaypus? Hapyienue MutoxoHapuaibHoro B-okuc-
JICHUS )KUPHBIX KUCIOT? MuToxoHapuanbHble 3a0oneBanus? Opdannblie 3a00iie-
BaHUS?

3a60p KpoBU y pebeHKa ObUT MPOBEICH METOJIOM TaHJIEMHOW MaccC-CIeK-
tpometpuu [1, 3, 4], nanee ananu3 61 Hanpasien B PI'BHY «Meauko-renern-
yeckui Hay4yHbIi 1eHTp» (MockBa). Jlo moiyuyeHus: pe3ynbTaToB Obljla HayaTa
MeTa0OIUYeCKas Tepamnus: JeBOKapHUTHH + BuTaMuHB B1 11 B6 110 yTBEepX)IcH-
HOM cxeme Tepanuu [7, 8] (Tabnuma 1).

Ha ¢one xoppekiuu npoBOANMON Tepanuu, MyTeM MOAKIIOYEHHUS BhIIIe-
yKa3aHHBIX MPErnapaToB B COCTOSHUU peOEHKAa OTMeuandach CTOMKAs TMOJIOXKH-
TeJbHAS AUHAMUKA B BUJE KYITUPOBAHUS MPOSBICHUIN MOJIUOPTaHHBIX JUCHYHK-
Ui. cTabmiIn3aius reMOJIMHAMHUKN, YMEHBIIICHUE IbIXaTeIbHBIX PACCTPOUCTB
(peOeHOK TiepeBeleH Ha HEMHBA3WBHYIO BEHTHJISAIMIO JICTKHX C TIOCIICIYIOIIAM
BO300HOBJICHHEM CIIOHTAHHOTO JIBIXaHUS ), PETPECC KIIMHUKU YHTEPOKOINUTA (IH-
TepaJbHOE MUTAHUE C paCIIUPEHUEM 00beMa 0 (PU3HOIIOTHIECKON HOPMEI ), HH-
BEJIMPOBAaHME IIOKa3aTelied jakTaTa (B JUHAMHUKE CO CHIbKeHueM go 2,0-2,2
MMOJIB/T).

Ha 37-e cyTku Xu3HM Ha PEHTTE€HOTPAMME OPTraHOB TI'PYAHOM KIIETKH —
npu3zHaku Oponxosierounoi gucriazuu (bJI/]), MHTOKCHUKAIMOHHOW Kapauomna-

THH, HAYATO JICUYCHUC COIJIACHO ITPOTOKOIIY.



CortacHoO pe3yabTaTaM IPOBEICHHOIO UCCIIEAOBAHNS BBIBICHO IOBBIIIE-
HHUE KOHIICHTPALIMM KOPOTKOLIETIOYEYHBIX U CPEAHELIENIOYECYHBIX AllMJIKAPHUTH-
HOB. M3MeHeHuss MoryT HaOm0aThCs Mpu riaytapoBoit anuaypuu Il tTuna (muo-
KECTBEHHOH HepocTaTouHocTH aumin-KoA neruaporenas). Pekomenayercs onpe-

ACJICHUC OPraHNYCCKUX KUCJIOT MOYH.

Tabnuua 1 — UccnenoBanre METOAOM TaHJEMHOM Macc-CIIEKTPOMETPUH,
Marepual — KpOBb

Hazsanue Hopwma 3Hauenue, MKM/11
AA Leu 30-370 431,855
AA Pro 30-520 123,625
AA Val 35-360 591,743
AC CO 8-190 196,376
AC C10 0-0,43 5,361
AC C10:1 0-0,365 1,667
AC C10:2 0-0,185 0,228
AC C12 0-0,35 1,776
AC C12:1 0-0,42 1,422
AC C14 0-0,555 1,125
AC C14:1 0-0,38 1,287
AC C3 0,13-7,4 8,011
AC C4 0-1,3 28,935
AC C5 0-1 9,65
AC C5DC 0-0,45 0,849
AC C6 0-0,35 10,06
AC C60H 0-0,45 0,099
AC C8 0-0,5 8,319
AC C8:1 0-0,6 0,937
Ratio C14:1/C2 0-0,03 0,036
Ratio MCAD 0-1,3 4,223

CornacHo pexoMenpanusm OI'BHY «Menuko-reHeTHUECKUA Hay4HbIN
1eHTp» (MockBa) y margeHnTa Mnpou3BeIeH 3a00p MOYH C IEIbI0 ONpE/ICIICHUS B
HEell KOHIICHTPAIMKA OPTaHWYECKUX KUCIIOT (Tadymma 2).

B Moue mamuenTta Oblia OOHAapyXeHa MOBBIIIEHHAs KOHILICHTpAIUs psia
MEeTa00IUTOB. YBEIMUYCHUE UX COACPKAHUS MOKET HAOMI0IaThCsl MPU TIIyTapo-

Bou atmaemun |l tuma.
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Tabmuua 2 — Opranuueckue KUciaoThbl, MaTepual — Moya

HaunmenoBanue Konnenrpanus Hopwma
2-TUIPOKCUU300yTHpAT 24,99 0-2
2-0KCOTJTyTapoBasi 918,41 0-152
3-TUJIPOKCUOYTUPAT 9,49 0-3
4-ruapokcu-peHmImnupyBaT 52,04 0-2
CeOamuaoBas 72,88 0-2
Cy6epuHoBasi 54,18 0-2
CykiuHar 32,17 0,5-1,6
dymapoBasi 33,23 0-2
DTUIMATIOHOBAS 16,09 0-7

Ha ocHoBaHuuU comocTaBieHusl MOTYYEHHBIX PE3YJIbTATOB aHAIN3a KPOBU
(TMC) u mouu (ompeeNieHusi KOHIICHTPAllMU OpraHuYecKux Kuciot [7, 8]) B
nabopatopuu ®I'BHY «Meanko-renernueckuii HaydHblid ieHTp» (MockBa) Ha
OCHOBE KJIMHUYECKOW KapTUHBI peOCHKY BBICTABIICH IMAarHO3: BpoXaeHHBIH 10-
pok pasButusi: HacnencrBennoie 3a0oiieBaHusi oOMeHa BemiecTB. [yrapoBas
amuHoauunypus II Tuna (MHOKecTBEHHass HEAOCTAaTOYHOCTh aumi-KoA nerua-
poreHas).

C 1uenplo MOCHHIPOMHOM Tepanuu K JICUCHHUIO J00aBlIeH puOoQIaBuH B
no3e 50 mr/cyt, mpomosmKeH sbKapHuTUH — 150 mr/kr/cyt [5].

VY4uuTsiBast CTaOMIM3AIUIO COCTOSIHUA Ha 42-¢ CYyTKU, IPUHUMAsi BO BHUMA-
HUE MTOCTKOHIENTYyanbHbIN Bo3pacT (39—40 Henens), peGeHOK ObLI IEpeBe/ICH B
OT/ICJICHHWE MJIaJIIero Bo3pacta JIeTCKoM KpaeBOW KIMHUYECKON OOJBHHUIIBI
KpacHonmapa niis manpHeiero geueHus 1 Ha0moaeHus. Jlanee ManbuuK ObLT BHI-

MIMCaH JIOMOH To/] HaOIroieHe aMOyIaTOPHOTO 3BEHA.

O0Ocy:xknenue

Knnaundeckoe HaOI01€HUE TOATBEPKIAET, HECMOTPS Ha TO, YTO IIIyTapo-
Basi aMUHOALIMAYPUS SIBISIETCA KpallHE PEeKUM I'€HETUYECKUM 3a00JI€BaHUEM C
HecnenupUuIecKor KIMHUYECKON KapTUHOW, IO COBOKYITHOCTH Psila CHMIITOMOB

HCOHATOJOI' JOJKHBI UMCTh HACTOPOKCHHOCTE B OTHOICHUH ATOM MaTOJIOTHH.
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HecMoTpst Ha TO, 4YTO METOAMKU META0OJIMUECKONH KOPPEKLIUU HACIEICTBEHHOrO
3a005eBaHus 1OCTaTOYHO M3Y4YEHBI, 3(PPEKTUBHOCTHh TEPATMK BO MHOTOM 3aBH-
CUT OT TOr'0, HACKOJIbKO OBICTPO YCTaHOBJIEH JUArHO3 M HA4aTO MaTOreHeTHye-
CKO€ JICUEHUE.

[lo maHHBIM JUTEpPATYPHBIX UCTOUYHUKOB, OOJIBIIMHCTBO JETEW C HEOHa-
TalbHBIMU (DOPMaMU HACJIEICTBEHHBIX Je(hEeKTOB MeTaboIM3Ma TUO0 yMHUPAIOT B
[IEPBbIE MECALBI )KU3HU 0€3 YCTAaHOBJIEHHOT'O JUarHo3a, 1100 JIMTEIbHO HabJIto-
JAF0TCS C PA3IMYHBIMU «MHPEKIIMOHHBIMU AHAarHo3aMm [3].

B psne ciydaeB HaciencTBEHHbIE 00JIE3HH OOMEHA BEIIECTB IIPOTEKAIOT C
BBIPQYKEHHON MHTOKCUKAIIMEW M HapylIEHHEM SHEproooMeHa Mo THUIYy «HEOHa-
TaNbHBIX KaTacTpod». OJHAKO CBOEBPEMEHHO HayaTasi MaTOreHeThYecKas Tepa-
s yinydinaeT coctossuue pedenka. CoOOTBETCTBEHHO MPUMEHSIIOT HHTEHCUBHOE
JedeHue B nepsble 24—48 4 OT Hayasa NposBIECHUIN NEPBbIX CUMITOMOB, TO €CTh
nepe]] yCTaHOBJIEHUEM KOHKPETHOIO METabO0IMUeCKOro 3a00JIeBaHUs U HA4aJIOM

crienududeckoro jeueHus [6].
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