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UHTEPIPETAIIMS TOBBIIIEHUA TAMMA-AMUHOMACJISTHOM
MU 4-TUAPOKCUBYTUPOBOM KUCJIOT B MOYE Y JIETEM C IPOSIBJIEHUSMHU
METABOJIMYECKOI'O KPU3A

Pe3iome: B cTaThe MpHUBEICHBI COBPEMEHHBIE MPEACTABICHUS 0 MeTaboIu3Me 4-THAPOKCHOYTUPOBOH 1
raMMa-aMHUHOMACIISIHON KHUCIIOT, KIMHUYECKUEe HaOMIONCHMS, TPeOyIoIKe HCKIIOYEHUS HEeIO0CTaTOYHOCTH
MIOJTy aJbJIeru/a STHTApHON KUCIIOTHI.

[MaumeHTHI 00CTIE0BaHBI C MPUMEHEHHUEM MOJIEKYIIPHBIX B OMOXUMHUYECKIX METOIO0B, CHHIPOMOJIOTU-
4yeckoro a"anusa. OmnpeneneHue OpraHWYecKUX KHCIOT MOYHM NMPOBOAMJIM METOAOM Tra30BOH XpoMmaror-
padbum Macc-CIIEeKTPOMETPUH Ha Ta30BOM Xpomartorpade macc-criekrpomerpe pupmer Agilent. [Ipencras-
JICHHbIC HAOJIIOJICHUSI IEMOHCTPHPYIOT 1IeJIecO00pa3HOCTh BKIIOYATh B KOMIUIEKC OOclienoBaHUN MeTabo-
mutel [AMK B Moue y gerteli ¢ cymoporaMu, mposiBICHUSAMH 1iepeOpaibHoro yraeteHus. Hamu Taxoke ObL10
OTMEUYEHO COYECTaHHE BBICOKMX YPOBHEH 4-THAPOKCHOYTHPOBOM KHUCIOTBI B MOYE CO 3HAYUTEIbHBIM
MIOBBIIIICHHEM YPOBHEH TTTMKOJIEBOI M MOJIOYHOM KHUCIIOT, KOTOPBIE B JIUTEPATYypE HE OMHCAHBI KaK MapKephl

4-ruapoKCUOYTUPOBOH allUAypHUH.

KaoueBble cioBa: 4-FI/IILp0KCI/I6yTI/Ip0BaH KHUCJI0Ta, TJIHMKOJCBasA KHCJIOTA,

ra3zoBas XxpoMaTorpadus — Macc-CIIeKTPOMETPHUS.

BBEJIEHUE

lamma-amunomacnsauas  kucinora (IAMK)
ABIISIETCSI BAKHBIM HMHTHOWTOPHBIM HEWpOTpaHC-
muttepoMm B LIHC; perymupyer mnpoOyxnaeHue,
¢usnyeckyro aktuBHOCTh U coH. Cunres TAMK B
MBIIIAX W3 TIAyTaMWHAa W OPHUTHHA SIBISETCS
HambOoyiee BEpOSATHBIM €€ HMCTOYHHKOM B KpPOBH;
KOHIICHTpAIMs B IUIa3Me OTOOpakaeT ypOBEHb
I'AMK B cnuaHO-MO3roBOH kmakoctd (CMIXK).
[ToBemmenne ['AMK, BeposTHO, OTOOpakaeT
CHIDKEHHE TIPEBpAIeHUSI B CYKIIMHAT B IpoIecce
yrunusaiuu B 1ukie Kpebca n o0pazoBaHus sHep-
run. Beicokue ypoBau 'AMK B kpoBu MOryT yKa-
3pIBaTh Ha IMOTEHIMAJIBHO HEaJeKBaTHOE 00pa3o-
BaHHE SHEPTUU B MBIIIIAX U, BO3SMOXHO, B IPYTUX
TKaHAX. B MoYe MOXET MOBBIMIATHCS TPH THIIEP
B-amanemuu [1, 2]. IloBwimeHHOE OOpa3oBaHHUE
I'AMK HabmiomaeTcst TpH THUIIOKCHH, SIBISSACH
OIHUM U3 OCHOBHBIX MEXaHHU3MOB MaTOTeHE3a
THUIIOKCHYECKU-UIIEMIIECKOM TIOPaKEHUN MO3Ta y
neteit [3]. 2-okcormyTapoBasi KUCIOTa W ITUPOIOK-
CUH SIBISIOTCSA KO(aKTOpamMH B METa0OIHMUECKUX
peakiusx [AMK u MoTyT OBITE HCTIONTB30BAHBI IS
KOPPEKITMN METabOIMYeCKIX HAPYIICHUH W ONTH-
MH3AIMH  KJIETOYHOTO O00pa3oBaHMS DHEPrHUH.
4-rupoKcuOyTHPOBAst KHUCJIOTA SIBIIETCS TPOMeE-
)KyTOuHbIM mpenmectseHHUKOM ['AMK, wmoxer
BBI3BIBATh OpaauKapAuio U AuckuHesuio. [lomyuda-
eMas ¢ TUIIeH, OHA MOXET HCIOJIb30BAThCS MAJIA
npespameanss B [AMK. Tounas ¢yHKIHsA ee 1m0
KOHIIa HE SCHA. 4-THAPOKCHOYTHpaT 3alluIIacT

METa0OINYECKUH KpH3,

KJIETKA OT KHUCJIOPOJHOIO I'OJIOJIaHMSA, a TaKkKe 00-
JlafaeT HeHpPO3aluUTHBIME CIIOCOOHOCTSIMU (BBICTY-
naeT HelponpoTekTopoM) [4, 5].

4-rupokcuOyTUPOBas KUCIIOTA MOXKET IOBBI-
aThCs MpH: TPHEME MpernapaToB, COJEPKaIIUX
ramMmma-aMuHoMacisiHyto kucioty (I'AMK); nenoc-
TAaTOYHOCTH JETUAPOTeHA3bl MOyasbIeTuaa SHTap-
HOM KHCIOTHI (4-THIPOKCHOYTHPOBON AalMIIypHH);
rytapoBoi anugypuu II-ro Tuna; BTOpHUYHO,
Bcnencteue noseimenus 'AMK [1, 5].

IIpr HEmOCTATOYHOCTH AETHUAPOIeHa3bl HONTY-
anpJerua SHTapHOW KHUCIOTHl (4-THUAPOKCUOY-
TUpOBas auMAaypusi; HempocraTogHocTh SSADH,
ayTOCOMHO-PELIECCUBHBI ~ THUIl  HACJIEAOBaHMUA,
OMIM:271980) BO3MOXKHBI TaKhe KIMHHYECKHUE U
Onoxmumuueckre H3MeHeHMs. KiuHuka: aTakcws,
CTPaHHOE WJIM HEHOPMAaJbHOE IOBEIEHHE, MOTeps
OPHEHTAllUH, Ay TUCTUYHOE MM Ay TUCTUYHO-II0A00-
HOE TIOBEJCHHE, THUIICPAKTUBHOC WIH TPEBOKHOE/
HEYTOMOHHOE TOBelleHHe, xopes (mrsicka Burra)
WIN aTeTo3, aTeTOWAHBIM TMIIEPKHHE3, KOMa, I'H-
neppedekcusi,  rumopedeKkcusi,  THIIOTOHHS,
JIeTaprusi, BAJIOCTh, COHJIIMBOCTh, HEJOMOT'aHUE, MaK-
poriedanus, BpoxkIeHHOe claboymue, MUKporeda-
TS, 3aJiepKKa MOTOPHOTO Pa3BUTHS, MHOMATHSA,
pBaHbIe KpacHble BOJIOKHA, IMPUIAIKH, 3aJepiKKa
PEUYCBOTO Pa3BUTHS WIM HEHOPMAaJbHOE DPAa3BUTHE
peun.

W3meHnenne  MeTabOJIMTOB:  MOTyalibAETHA
STHTapHOM KUCJIOTHI B IJIa3Me U Mode — T; gamma-
amuaomacisiHas kuciaora (CAMK) B CMX m
miasme - 1;
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4-ruapokcOyTHpOBast KHCJIOTa B IUIa3Me,
CMX, moue — 11 — 1113

2,3-gquruapokcudytupar B moue — 1T — 171;
3,4-muruapokcuOyTUpar B Mode — T — 11; TIuKoe-
Bas kucuora B moue — N — 11; makratr — 11 — 111
[1,7, 8].

OCOOCHHOCTBIO U3MEHEHHUH METa0OJIUTOB MPH
HEZOCTAaTOYHOCTH JETUAPOTEHA3bl IOTyalbIeTHaa
SHTAPHON KHCIIOTHI SBIISIETCS TIOBBIIIEHHOE BBIBE-
JE€HUE C MOYOH JOMOIHUTENbHO 2,3-TUTHIpPOKCH-
OyTupoBOil U 3,4- IUTHAPOKCHOYTUPOBOH KHCIOT,
4acTO COIPOBOKIAIOIIEECS 3HAUYNUTENbHBIM ITOBBI-
[IEHHEM TJIMKOJMEBOW M MOJIOYHOM KHCIOT.
ITogoOHast kapTWHA MOXKET HAONIOMATHCS W y Tia-
[MEHTOB C TSDKEIBIM HAPYIISHUSIMH OOMEHa yTiie-
BOJOB, mpuHuMaromux npenaparsl AMK; HO B
3TOM cily4ae IOJDKHA OBITh MO3UTUBHOW mMpoba Ha
peayuupylomue BemecTBa. Henb3st HCKIIOYNTH
MPOSIBJICHUE BO BpeMsl METabOIMYECKOro KpHu3a W
[IPH TETEPO3UTOTHOM HOCHTEIBCTBE.

Henb: M3y4nTh KIMHUYECKHE W OMOXUMIYEC-
KHe OCOOCHHOCTH Yy TAIlMEHTOB C TPOSIBICHUSMHU
HEJOCTaTOYHOCTH MOJIyaJIbJeTHa SHTapHOW KHC-
JIOTHI IO JAaHHBIM Ta30BOM Xpomarorpaduu 1 Macc-
cnektpometpuu (I’ X-MC).

Marepuanasl u Metoabl. OOcienoBanue ma-
[MEHTOB TPOBOIWIA C TIPUMEHEHHEM T€HEealoTH-
YECKOTO, CHHIPOMOJIOTHYECKOTO, MOJIEKYISIPHBIX U
OMOXMMHYECKHX METOHOB. AHaIW3 OpPraHUYECKUX
kuciaoT (OK) Mouu mpoBOAMIN METOAOM Ta30BOM
XpoMaTorpapuu Macc-ClieKTPOMETPUU Ha T'a30BOM
xpomarorpade macc-criekrpomerpe pupmber Agilent.
AHanM3 TIONYYeHHBIX XpPOMAaTorpaMM U Macc-
CIIEKTPOB BBHINOJHSIN € MOMOIIBIO ITporpamm MSD
Chemstation, NIST Mass Spectral Search Program,
AMDIS, u 6ubmuorek macc-criektpoB (NIST/EPA/
NIH Mass Spectral Library (NIST 05).

Pe3yabTaTthl. Y Tpex AeTei, KOTOpPBIC OBLIH
KOHCYJBTHPOBAHBI B PEAHNMAIMOHHOM OTJEIIEHUN
C TIOJIO3PEHHEM Ha METa0ONUYECKHd Kpu3, IPHU
MEePBUYHOM HccaenoBanuu Moun MetoaoM I'X-MC
BBISIBIICHBI W3MEHEHUS, TPEOYIOIINE HCKIIOUCHHS
HEJOCTAaTOYHOCTH TOJyalIbJeTHa SHTapHOW KHC-
JIOTHI (3HAYUTEIILHOE TOBBINNICHUE YPOBHEH 4-THII-
POKCHOYTHPOBOH, 2,3-AUTHAPOKCHOYTHPOBOH |
3,4- TUTUAPOKCUOYTUPOBON KHUCIIOT).

Pebenok M Obi1 o0cMOTpeH B Bo3pacte 1,5 me-
cslla B OTHENICHUN peaHWMalnu, Kyaa OblI JOCTaB-
JIEH C OCTPBIM HapylIeHHEM MO3TOBOTO KpPOBOOO-
pareHus.

U3 anamHe3a: B Bo3pacte | mecsil MOSBUIUCH
XKaJI00bI Ha OECIIOKOICTBO, KAlIPU3HOCTh; OTKa3 OT
enbl, BRITMOAHWSA; B AMHAMHKE Hapocia BSJIOCTb,
COHJIMBOCTb, KallpU3HOCTh. BBl rocnuranusupoBad
B OTJIEJICHHE peaHHMAalliH; OTMeYajach aJlHaMHus,
SMU30/IbI AITHOD, OCHUILIBIA TOJIOC, yMEpeHHas Terma-
TOMeranus. J[marHoCTHPOBaHO OCTPOE HapyIIeHUE
MO3TOBOTO KpOBOOOpaIleHHsI MO TeMopparuiec-
KOMY THIy ¢ (OPMHUPOBaHHEM BHYTPHUMO3TOBOM

reMaToOMBI JIEBOH JIOOHOM MOJIM; OTEK I'OJIOBHOI'O
Mosra; cuaapoMm yrHereHus [[HC; cymopoxHbIi
CHUH/IPOM, CHHJPOM BETE€TO-BUCIICPATBHBIX Hapy-
menuil. Koma I-11 cT.

[pu nononHUTENFHOM 0OCIIeTIOBAHUH BBISIBICHO:

— B xpoBu: |remorimooun 64 r\i, raoko3a 6.8,
4.0 wmmonp\r, 1ommupyomn 114.8  MKMOIB\I,
TmoueBas kuciora 4,77En/n, |Ca 2,12mmonb/m,
TP 2,35mmon/n, |Oenok 47,061/ ammuiasa,
xkene3o, xonecrepur, ACT, AJIT, I'TT, MmoueBuHa,
kpeatunuH, O, KOK, JIAT', nakrat — HOpMa.

— BersiBieHsr monmmMop(dHBIE BapHAHTHI TEHOB
thomatHoro ukima MTRR 66GG, MTHFR 677CT,
MTR 2756AG.

— AHainM3 MOYM METOAOM Ta30BOH XpoMaTo-
rpaduu ¥ Macc-CIIeKTPOMETPUH — BBISBIICHBI H3Me-
HEHHsI METa0OJMTOB, XapakTepHBIE ISl HEJOCTa-
TOYHOCTH TOJNyaJbAeTHIa SHTAPHOW KHCIOTHL, a
TaKk)Ke METaOOJUTHI: YTJIEBOAOB, KETO3a, Hapylle-
HHE OKHCIICHHs aMHHOKHCIOT C Pa3BETBICHHOU
LeNbl0, HEHPOTPAHCMHUTEPOB, HEAOCTATOYHOCTH
B1, B2, B3, BS, 6uoruna, xosa3uma Q10, Mg, Zn,
TIOBBITIICHHBIE TTPH JIAKTAT-aIII03€.

Bruto mMarHOCTHPOBaHO KOMILIEKCHOE Hapy-
meHne oOMeHa BeIeCTB: CepoCOepKaluX aMu-
HOKHCIIOT, KoOalamMuHa (Ie(UIIUT METUOHHHCHH-
Ta3bI-peyKTa3bl, MOJUMOP(GHBIC BapUaHTHl TCHOB
MTHFR C677T, MTR A2756G); wnapymeHue
SHEPTEeTHYECKOTO METOONN3Ma, - BEpOsITHEE BCETO,
IeUIUT TOTyalbIeTHIa SHTAPHOU KHUCIOTHI.

Hapsigy co cranmapTHO#l Tepamuell mpoBoau-
Jach KOPPEKIHS BBISBICHHBIX METa0OIUYECKUX
Hapymennid. CocTosiHUE YIYyYIIMIOCh; y peOeHKa
COXpaHsAETCsl HEKOTopas 3aJep>KKa TEeMIIOB pa3BH-
THS.

Hamuenr C OBUT OCMOTPEH B CTalMOHApe B
Bo3pacre 1,5 Mecsia, ¢ TMarHo30M: CHHAPOM IIOJIHU-
OpraHHOH HEIOCTATOYHOCTH (AbIXaTelbHas, Leped-
panbHasi, ceplIe4HO-COCYUCTast), CAICTEMHOTO BOC-
MMauTEeNLHOTO O0TBeTa; KoMa II.

W3 anamHe3a: B Bo3pacTe 2 Mecsa y peOeHka
TIOSIBUJICS. KaIlleJb, MTOBBIIIICHUE TeMIIepaTyphl Tela
38.3 °C, aucTaHIMOHHBIE XpUIB; Ha (PoHE aMOy-
JATOPHOTO JICUeHUsI OPOHXUTA B TeueHUe 4 nHel
COCTOSIHHE yXY/IIIATI0Ch, peOCHOK OBLI TOCTIMTAIN3H-
poBaH B crarioHap. CocTosHHE OBUIO TSKEIOoe —
BSJIOCTB, TOHYC MBI PE3KO CHIDKEH; B TWHAMUKE
HapacTaya THIIOTOHUS, THUIOAMHAMUS; OBLIN TpHC-
TYNbl TAPOKCH3MAILHOW TaXWKapAHWW, ITUCITHO?;
CO3HaHHE YTHETeHO, QoTopeakuuu Bsuible. [IpoBo-
JUINCh peaHUMalMoOHHble Meponpusatus, UBJIL.

Ha 2-3 Hemene neueHus OBIIM CYJOpOTH,
MOTIepXHBaHus, MPoOJIeMbl TP TIIOTAHWU; yBEIHU-
YyeHue rnedeHn, oTeku. COCTOsHIE UTUTEIHHO OCTa-
BaJOCh KpaiHe TSKEIbIM 3a CYET MPOSIBICHUN
MIOJIMOPTAHHOM HEJOCTATOYHOCTH  (JIbIXaTelbHAs,
nepebpanbHast, CepAeYHOCOCYIUCTasA), CHHApPOMA
CHUCTEMHOTO BOCHAJIUTEIBLHOTO OTBETa, METa0OIH-
YECKUX, BOIHO-IJIEKTPOIUTHBIX HAPYIICHUH.

Kuiniuna renetuka i nepunaranbHa aiarnoctuka Nel (6) (2019) 35



KJIHIYHI CIOCTEPEXEHHS

[pu IOTIOJIHUTEIEHOM 00CICIOBAHUH:

— KT nerkux - nmonvcerMeHTapHasi IHEBMOHUSA
¢ aremnekrasoM lII cermentoB obomx nerkmx. KT
TOJIOBHOTO MO3ra — MpPHU3HAKU HApYKHOW THAPO-
uedamm.

— V3U — rupponepuToHeyM, OTEK MOJDKETy-
JIOYHOM JKeJIe3bl, THEBMOTOPAKC, XUIOTOPAKC.

— I'emarosor: nelikeMouHas peakius KPOBH,
npeoOIamaeT HEUTPODWIHHBIA THI 3a CYET BH-
pyCHO-0akTepHamTbHONH MHPEKITUH.

— HeBposor: rUnepTeH3MOHHO-THIIPOIEhaTb-
HBIl CHUHAPOM, CHUHAPOM JBUTATEIBHBIX HapyIle-
HUM, OTEK roysioBHOro mosra, koma II cr., cyno-
POXHBIN CUHIPOM.

— B xpoBu: remormooun 128, 90, 1161/, sput-
pouutsl 4.4, 3.3, 4.08 *10'*/n, neiikouutsr 54.5,
32.0, 14.2 *109/J'I, TpoMOoruTel 487, 288,
258*10°/m; pH 7.42, 7.35, 7,403, 7,29; tMoueBHHa
4.6, 8.7; Tkpeatun 0.066, 0.134; rmoko3a 5.23, 3.3,
4.6; CPb+++; ftnakratr 2,71MMonb/m, 1x)ene3o
19,36mMxmons/m, [Ca 1,97mmons/n, Ca'™"1,07; [P
1,06mmone/n, TJIALC 769,511(0-450En/n), OGenok
45,61(60-78r/m), anebymun 25,49 (38-54r/m);
xonectepun, ACT, AJIT, OunupyOuH, KpeaTHHUH,
D, marauii, KOK - B npenenax HOPMBI.

— MonekynspHbIii aHaIU3 — BBISBICHBI IMOJIH-
Mop(HBIE BApHAHTHI TEHOB:

MTHFR 677CT, MTRR 66 GG, MTR 2756AG,
PAI -675(4G/4G),

II pakTop 20210 GA.

—B moue Oenox ++; KpoBb +; WHOWKAH +;
(bpykTo3a +; cieapl yrieBoIOB; TECT C MarHUEBBIM
pEaKkTUBOM KPacHO — KOPUYHEBBIA (TTHMPUIOKCHH3-
ABHCHMOCTD ).

— I1pu ra3oBoii xpomarorpaduu U Macc-CIeKT-
POMETpPUH MOYHU — BBISBICHBI M3MCHECHUS METa0o-
JIUTOB: HEIOCTATOYHOCTH TOJyajbJIeruaa sHTap-
HOM KHCJOTHI, JJAKTaT-alli03a, YTJIEBOIOB, KETO3a,
HapylIeHU aMHUHOKHUCIIOT C Pa3BETBIICHHOW 1IENbIO,
nukia Kpebca, OKUCIIEHUS KUPHUX KUCIOT, HEJ0C-
tatrounoctd B1l, B2, B3, B5, 6uoruna, kosH3uMa
Q10, Zn, Fe, C, napymenus muxpodnopsr XKKT.

Takum oOpazoM, y peOeHKa C TSDKEITBIMU
MTOJIMOPTAaHHBIMHA HapyIICHUSMHU BBISABICHO: aedu-
UT METHOHWHCHHTA3BI-PEAYKTa3bl; HApyIICHUS B
MIPOMEXYTOYHOM METa0OIM3ME, MHUTOXOHAPHAIb-
Has TUC(YHKIIHAL.

Hapsimy ¢ mnpoBoauMoii TPOTHBOBOCHAIH-
TEJIbHOW, CUMIITOMAaTUYECKON Tepanueil Ha3Hava-
Jack Meraboimndeckas KoQaKTOpHas Tepamus (Ky-
JlecaH, KapHWeNb, MAPUIOKCUH, KOPWIIHII), IHETa.
CocTossHue peOCeHKa YIY4YIINIOCh, Pa3BUBAETS
YJIOBJICTBOPHUTEIBHO.

Harment [l KOHCYJNBTUPOBAaH B JETCKOM
CTaIlMOHApPE B BO3paCTe 5 MECSIEB C )KalobaMu Ha
CyIIOpOTH, BSIIOCTb, CPBITHBAHUSI.

W3 anamue3a: ¢ poXIeHUS OTMEYAJICs TPEMOp
BEPXHUX KOHEYHOCTEH; Ha3HAYAJICS MUPUIOKCHH —
TPEMOpP YMEHBIIWJICS; U3pelnKka ObUIM B3JparuBa-

Husg. llocne mpoduIakTUYECKUX MPHUBHBOK B
Bo3pacte 3.5, 4.5 MecsmeB orMmedancs cyoheOpu-
JUTET, BSJIOCTh. B Bo3pacTe 5 Mecsimer 0e3 BUIU-
MOH NPHYUHBI MOSBUIIOCH OECIIOKOHCTBO, KaIllpu3-
HOCTb, MoArnOan HoXKH. Yepes eHb pebeHOoK cTal
COHJIMBBIM, Pa3BUJICA CYIOPOKHBIA MPUCTYI C BBI-
rubaHueM, 3alpOKUABIBAHIEM TOJIOBBI. [ ocriuTanu-
3UPOBaH B OT/CJICHUE PEaHUMAallU; B CTallMOHApE
OTMEYANINCh YacThle TOHUKO-KIOHUIECKHUE CYA0PO-
TH JUIUTENBHOCTBIO 10 3 MUH. JlMarHo3: CUMIITOMa-
THUYECKAasl SMUIIETICHSI, YAaCThIe TOHUKO-KJIIOHUUECKHE
OpUNaIKy.

[Ipu KT — mnerexuanbHble KPOBOU3IHSHUS,
yMEpeHHas Hapy>kHasi ruponedanus.

[Ipu nonoNHUTENEHOM 00CTEeI0BaHHH:

— BrisiBen nmonumoppusm  66AG B reHe
MTRR.

—B kpoBu: fromommcrenH 10.8MKMONIB\T,
|xomectepmr 2.3, 2.4 MMoONB/N, TIIOKO3a
4.39 mMonb/n, Tpurmuiupuasl 0,26, 0,83(0,4—
1,24  wmmoie/n), MoueBuHa 1.36, 3.43(1,4—

6,8 Mmoub/m), mMoyeBas kuciora 1.91, 2.8 (2 —
5,5 Em/m), tK®K 370Ex/m, Na 134.5 (135 -
148 mmonp\nm); Gemok, xeneso, Ca, P, K', ACT,
AJIT, omwmpy6un, I'T'T, kpearunun, 1D, nakrart,
JIAI" — B mpenenax HOPMBI.

— AHaiM3 MOYHM METOAOM Ta30BOH XpoMaTo-
rpaduy U Macc-CIIeKTPOMETPHUH — BBISBICHBI HU3MeE-
HEHUS METaOOJINTOB: YIJICEBOIOB (HEIB3S HCKITIO-
YUTHh MATKYIO (POPMY HEAOCTATOYHOCTH TMOITyalbie-
rufa sHTapHOM KkucinoTel unn npueM [TAMK),
CEpbI, OKUCIICHUS KUPHBIX KUCJIOT, MUPUMHIUHOB;
mukia Kpebca, kero3a, aMHHOKHCIIOT C pa3BETB-
JICHHOW TIeTbI0, TPUOKOB U IPOXOKEH; TpuntodaHa,
Henocratounoctu B1, B2, B3, BS, ouotuna.

VY pebeHka AMArHOCTHPOBAHO CIOXKHOE Hapy-
HIeHre OOMEHa BEIIECTB: HApYLICHHUs B OOMEHE ce-
pocoepKapx aMHUHOKHCIOT, KoOalaMHHA; Hapy-
IIeHne OOMEeHa >KHUPHBIX KHCIIOT, HEHpOTPaHCMUT-
TepoB. K nmpoBoArMO POTUBOCY IOPOKHOM Tepanun
Obuta fo0aBneHa MeTa0onWvecKass — KOPPEKIHS,
mueta. Ha gone nedeHns cyjoporu mpeKpaTuiiich.

[Ipu koHTpone aHanmuza mMouu merogoMm I'X u
MC: depe3 Mecsm OT Hadajla METa0OJHICCKOM
KOPPEKIINU — BBISIBICHBI H3MEHEHHUSI METa0OINUTOB:
OKHUCIICHUSI SKUPHBIX KHCIOT B MHUTOXOHIPHSX,
Cepbl, COCOMHUTENBHON TKAaHHW, HEAOCTaTOYHOCTU
B2, BS, 6uotuna, HapymeHus Mukpodiaopst XKKT.

Yepes monroma — OakTepHaibHbIE METa0O-
JUTHI, METAa0OJNUTHl BaJBIPOATOB; Yepe3 Tol —
OakTepuaNbHBIE METAOOJHTHI.

CocTosiHME YIyUIIHIIOCh, COXPaHSJIACh HEKO-
TOpast 3aJIepKKa B MOTOPHOM Pa3BUTHU; B BO3PACTE
1,5 roga ObUTH OTMEHEHBI MPOTUBOCYAOPONKHBIE
Mperaparsbl.

BouiBoabl: mpesacTaBieHHBIE HAOMIOACHHS Je-
MOHCTPHPYIOT LIEJIECO00Pa3HOCTh BKIIFOUATh B KOMII-
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A.O. Anoscvxa, M.B. Kanioka

IHTEPITPETAIIS INTIBUIITEHH A TAMMA-AMIHOMACJISHOI I 4-TTIPOKCIBYTUPOBOI
KHUCJIOT B CEY1 Y JITEU 3 IPOSABAMU METABOJITYHOI'O KPU3Y.

Pe3lome: B crarTi HaBeAeHI CydYacHi ySABICHHS MPO MeTabodi3M 4-TiapokciOyTipoBod 1 Tramma-
aMiHOMAcJSIHOT ~ KHCJIOT, KJIHIYHI  CHOCTEPeXEHHs, IO BHMAraroTh BHUKIIOYEHHS HEJIOCTaTHOCTI
HamiBaJbAETiAy sHTApHOI KUCHOTH. [lalieHTH 0OCTEXKeHi i3 3aCTOCYBaHHSIM MOJEKYISAPHUX 1 010XiMIYHHX
METOAIB, CHHAPOMOJIOTIYHOTO aHaji3y. BU3HaueHHs OpraHiuHMX KUCIOT ce€4i MPOBOIMIN METOAOM ra3oBoi
xpomatorpadii Mac-cmeKTpoMeTpii Ha TrazoBoMy xpomarorpadi Mac-cnekTpoMeTpi ¢ipmu Agilent.
IIpencraBieHi cmocTepeKeHHS TEMOHCTPYIOTH MOIUIBHICTh BKITIOYATH B KOMITJIEKC 00CTEKEHb METa0OJiTH
I'AMK B ceui y miTeif 3 cyaoMaMH, IpOsIBaMHU TiepeOpaTbHOTO MpUTHIYeHHS. Hamu Takox OyIio Bia3HAYCHO
MOE€THAHHS. BUCOKHX PIiBHIB 4-TiIPOKCIOyTHPOBOi KHUCIOTH B ce4i 31 3HAYHWM TiJABUIIEHHSIM pIiBHIB
TJIUKOJIEBOT Ta MOJIOYHOI KHCIIOT, SIKi B JIITepaTypi He ONMUCaHi K MapkepH 4-TigpokciOyTipoBoi anuaypii.

Kawuosi cioBa: 4-rigpokciOyTipoBa KHCIIOTa, TJiKOJEBa KHCIOTa, MeTaOONIYHUI Kpu3, ra3oBa
xpomMaTorpadis - Mac-ClieKTpOMETPisl.

A.A Yanovskaya, M.V. Kanyuka

INTERPRETATION OF AN INCREASE IN GAMMA-AMINOBUTYRIC ACID AND 4-
HYDROXYBUTYRIC ACID IN THE URINE OF CHILDREN WITH MANIFESTATIONS OF
METABOLIC CRISIS.

Summary: The article presents the current understanding of the metabolism of 4-hydroxybutyric and gam-
ma aminobutyric acids, clinical observations that require the exclusion of succinic semialdehyde acid deficiency.

Patients were examined using molecular and biochemical methods, syndromological analysis. The
determination of urine organic acids was conducted by gas chromatography-mass spectrometry by Agilent
gas chromatograph mass spectrometer. The presented observations show that it is appropriate to include
GABA metabolites of urine in children with convulsions, manifestations of cerebral suppression into the
complex of examinations. We have also reported a combination of high levels of 4-hydroxybutyric acid in
urine with a significant increase of glycolic and lactic acid levels, which are not described as markers of
4-hydroxybutyric aciduria in literature.

Keywords: 4-hydroxybutyric acid, glycolic acid, metabolic crisis, gas chromatography — mass
spectrometry, metabolic crisis, gas chromatography - mass spectrometry.
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