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38’A30K ny6nikauii 3 NN1aHOBMMMU HayKOBO-A0CAIA-
HUMK poboTtamu. [ocnigKeHHA NpoBeAeHi B pamKax
HayKoBOT TeMU Kadenpun megmuHoi Ta nabopaTopHoi re-
HeTukn HMATMO imeni M.J1. lWynuka «BM3HayeHHA reHe-
TUYHUX OCHOB PU3MKY PO3BUTKY NATONIOTNYHMX CTAHIB Ha
pi3HMX eTanax oHToreHe3y», Ne gep»kaBHOI peecTpaLii
0114U002215.

Bctyn. MeyiHKa BiAHOCUTLCA A0 KUTTEBO BaXKJAUBUX
OpraHiB NtoAcbKOro opraHiamy. Came nediHKa Bigno-
BiZla€ 3a Aerpajalito Ta HelTpanisaLito TOKCUYHUX pe-
YOBMH, Bepe y4acTb y PO3LLENIEHHI XKUPIB i cTUMmyAALii
po60TH KULWKIBHMKA, Y TKAHWUHAX NeYiHKN AeNOHYHTbCA
OesKi BiTamiHW, MiHepanu, HeobxigHi A8 HOpMasbHO-
ro ¢yHKuUioHyBaHHA noguHu [1,2]. YpaxKeHHA NediHKu
(YM) — ue naTonoriyHUIA CTaH, AKUI XapaKTepuU3yeTbCA
NeBHUM CMMMNTOMOKOMMNAEKCOM MNOPYyLIEeHHA yHKL, -
OHYBaHHA LbOro opraHy (renatut, renatomeranis, xo-
necras, rinepbinipybiHemis, acuuT, rinornikemis, eHue-
danonartis), AKUIA BUHWMKAE BHACNILOK BNAMBY MEBHOMO
€K30reHHOro (TOKCWMHMU, BipycH) UM eHAoreHHoro (meTa-
60niTN, aBTOIMYHHI YMHHUMKK) dakTopy [3,4]. 30Kpema,
B 13-20% Bunaakis npuunHoto YM y aiteit € cnagKosi
nopylueHHs metabonismy (CMM), Habinbw po3noscto-
OXKEHUMMU 3 AKUX € NEBHI NOPYLLUEHHA 06MiHY amiHOKMC-
NoT (TuposuHemis tun | OMIM 276700; uutpyniHemis
Tmn | OMIM 215700), Byrnesogis (ranakrosemis, OMIM
230400), *KMpHUX KNcnoT (i3onboBaHui gediuuT goBro-
nNaHuorosoi 3-rigpokcnaunn-KoA gerigporeHasn OMIM
609016, i30on1bO0BaHa MeTUAMaNIOHOBA aungemia OMIM
251000) [2,3].

OCKi/IbKM NeviHKa Bifirpae KA4oBy posib y Hinblioc-
Ti MeTaboNiYHUX WAAXIB B opraHiami atogmHu, Y byab
AKOI eTioNIoril CNPUYMHAE KOMMNEKCHI 3MiHM MeTaboniy-
HoOro cratycy nauieHta. Cepes OCHOBHMX BioXiMiyHMX
MapKepiB LMX 3MiH € AK NEePBUHHI, Wo GopmMyOTb NeBHi
meTaboniuHi npoodini CMNM (Hanp. rinepTpo3nHemin
npu TMpo3uHemii | TMny), Tak i BTOPWHHI, AKi € Hacnia-
KOM KacKagy naTonoriYyHmx npoLeciB B TKAHWHI NeYiHKK
[4]. 3oKkpema, npu 3ananbHUX NpoLecax NOPYLIYETLCA
Kataboniam Ta aHaboniam TMPO3MHY Ta deHinanaHiHy
B MeYiHLi, WO CNPUYNHAE NIABULLEHHA PiBHA TUPO3UHY
B KPOBi, NpY UMPO3i 36iNbLUYETLCA KOHLEHTPaLia deHi-
NanaHiHy B KPOBi BHACNIAOK NpoTeonisy b6ifkiB, a Takox
NMOCUAIOIOTLCA NPOLLECH FiAPOKCUNIOBAHHA deHinanaHi-
HY [0 TUPO3MHY B Pi3HUX OpraHax, AK KOMMeHCaTOPHi
[5]. Taki BTOpUHHIi mMeTaboniyHi 3MiHM YacTo NPUXOBY-
toTb CMM, wo noTpebye YiTKOT AndepeHuiauii Big nep-
BUHHUX MeTaboniuHmx o3HaK CMM ana yHUKHEHHS X16-
HOMO3UTMBHOI abo XMOHOHEraTMBHOI AiarHOCTUKM L€l
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natosorii. BuacHe npusHavyeHHA cneundiyHoi naToreHe-
TMYHOI Tepanii npm CMNM fo3Bonse nonepeanTn poO3BU-
TOK TSAXKKOT NaTosiorii, Wo notpebye nepecaakm neviHku,
3anobirtv iHBanian3auii UM HaBiTb cMepTi NaujieHTIB [6].
Ane ycnix Takoi Tepanii HaNpAMyY 3a1eXunTb Bif PaHHbO-
ro Ta TOYHOrO BCTAHOB/IEHHA HO30/I0TMYHOrO AiarHosy.

OfHMM 3 OCHOBHMX MmeTogiB giarHoctukm CMM, B
TOMY YMCAi TUX, WO CcynpoBogKytoTbea Y1, € BuaABneH-
HA MOPYLUEHHA BMICTY aMiHOKMCAOT Ta aUMIKapHITUHIB
B CyXili NAAMI KPOBi 3 BUKOPUCTAHHAM MeTOAY TaHAEeM-
HOi Mac-cnekTpomeTpii (CenekTUBHUIA CKpUHIHT CMM)
[7]. NaHenb meTaboniTiB, WO BM3HAYaOTbCA B MeEXKaX
LbOro AOCNIAXKEHHA, MiCTUTb HWU3KY aMiHOKMCAOT (Mme-
TiOHiH, TMPO3WH, deHinanaHiH) Ta auunkapHiTuHie (CO,
C2, C3, C16, C16:1), aki € cneundpiyHMMN MapKepamm
meTaboniamy neviHKoBOT TKAHUHMU i, MEBHOIO Mipoto, Bi-
[o6parkatloTb GYHKLIOHANbHUI CTaH Lboro opraHy. Ana
nigBuLEeHHA edeKTUBHOCTI iHTepnpeTauii pe3ynbraTis
TAaKoro [AoCnigxeHHAa HeobxigHa po3pobKa Kputepiis
andepeHuiaLii nepBUHHMUX Ta BTOPUHHMX 3MiH Bioximiu-
HUX MapKepis YI, Wo A03BONANTb 3a6€3NeYnTN PaHHIO
Ta TOYHY AiarHOCTUKY pifKicHoi (opdaHHOI) naTonorii i
BYACHe MPU3HAYEeHHA a[EeKBATHOrO NiKYBAaHHA BUAB/e-
HUX XBOPUX.

MeTta gocnig:KeHHA. Po3pobKa KpuTepiiB po3merk-
YBaHHA MEPBUMHHWUX Ta BTOPMHHUX 3MiH KOHUEHTpaLi
AMIHOKMCAOT Ta aUMAKAPHITUHIB B CyXMX NAAMaxX KpoBi
AiTel 3 yparKeHHAM NeYiHKu.

O6’ekT i meToau pocnigeHHA. Matepianom ao-
cnigyeHHA bynun cyxi nnamm Kposi 480 nauieHTis (aitn
BiKOM Big, 3-ox gHiB oo 18 pokis, 259 gisyatok Ta 221
XNOMYUK) 3 KNiHIYHMMM Ta/abo GYHKLIIOHANbHUMM O3Ha-
Kamu YT, aki 6ynm obcTerkeHi B nabopatopii meanyHoi
reHeTukn HOC/T «OXMATANUT» MO3 YkpaiHu BNnpoaoBx
2011 — 2017 pokKiB 3a NpOrpamoto CEIEKTUBHOIO CKpU-
HiHIy cnagKoBUX MeTaboniyHUX nopylweHb. MNMposigHUm
cumntomom Yy Hux 6ynum renatmt (156 ocib), acumT (10
oci6), xonecrtas (51 oci6), rinepbinipybiHemis (47 ocib),
renatomeranisa (77), eHuedanonartia (56 ocib) Ta rino-
rnikemis (93 ocib). Mpyna ocib-pedepeHTis byna cop-
MOBaHa 3 264 nauieHTiB, AKi TakoX Bynn obcTexkeHi B
MeXax MPorpamm CeIeKTUBHOIO CKPUHIHIY CNagKoBUX
MeTaboniyHMX NopyLIEHb, ane y AKUX Bynu BiaCyTHI aHa-
NOTiYHI KNiHiYHi Ta/abo dyHKUioHanbHi o3Haku Y. Ons
npoBeAeHHA aocnigxeHHs byno oTpumaHo IHbopmoBsa-
HY 3roZy Ha BUKOPUCTaHHSA 6ionoriyHoro martepiany Big,
ycix 6aTtbkiB naujieHTiB. [ocnigkeHHa 6yno cxBaneHo
ETnyHum komitetom HAC/T « OXMATANT» MO3 YkpaiHu.
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Martepianom gocnigskeHHa 6ynu 3pas3KuM KpoBi,
AKi 6ynu 3ibpaHi Ha naneposi ¢inbTpn Whatman Ne
903 Wwaaxom 4BOCTOPOHHLOIO PiBHOMIPHOrO NPOCo-

Tabnuusa 1.
[iarHocTMUHi MapKepu cnagKoBUX MeTabosiuHuX
3axBoploBaHb 3 YI1

yeHHsn. MNicna 3abopy Kposi Ha nanepoBi 6aaHKw, ix

BMCYLLYBaNM BNPOZOBXK 4-0X FOAUH B FOPU3OHTaNb-

HOMY MONOMKEHHI Ha YMUCTiA NOBEpPXHi, 6€3 CTOpPOH-

HbOrO BMJ/IMBY COHAYHMX NMPOMeHiB abo Tenna. Cyxi
NAAMKW KpOBi [0 aHanisy 36epiranncb TakK, Wob He

BifOyBanacb nepexpecHa KOHTaMiHaLLiA 3paskis, Npwm

TemnepaTypi +4 °C He foBLIE HiX 6 MmicALiB.

CnagkoBe meTabosiuHe 3aXBOPHOBAHHA MeTabonitu
TuposuHemis Tun | TuposuH P
lanakTosemis Tupo3nHT
I30n1b0BaHNt gediunt 3-rigpokcmaumn-KoA | C160HT, C180HN,
aerigporeHasu C18:10HT
UntpyniHemia tun | Uuntpynin
MeTuamanoHoBa aunaemis c3n
Tabnuusa 2.

MopiBHANbHA XapaKTepucTUKa bioximiuHUX MapKepiB y Cyxux nasmax KpoBi NauieHTiB
3 MeTaboNiuYHMM yparKeHHAM NeYiHKu

OcHoBHa rpyna Fpyna MNauieHTn 3 TMPO3N- NauieHTn 3 MNauieHT 3 MeTuaAMa-
BioXimiuHi MOKasHUKK pocnipgkeHHa | ocib6-pedepeHTis Hemieto Tun | rajlakTo3eMmi€lo [I0OHOBOIO auuAeMi€er0
(PedepenTHuii N=275 N=264 N=5 N=6 N=5
iHTepBan, MKkmonb/n) MegaiaHa, MegpiaHa, MegpiaHa, MegpiaHa, MegpiaHa,
MKMmonb/n MKMoAb/n MKMmonb/n MKMoAnb/n MKMOnb/n
TuposuH (38,54-149,93) 173,10 67,32 407,69 416,92 106,07
MerTioHiH (6,91-43,89) 53,52 17,46 20,00 43,23 20,12
C16 (0,4-2,39) 3,23 0,97 1,59 1,19 191
C16:1 (0,032-0,266) 0,31 0,09 0,11 0,18 0,17
C14:1 (0,04-0,276) 0,44 0,12 0,20 0,16 0,213
€14 (0,053-0,307) 0,38 0,14 0,22 0,24 0,213
€2 (9,87-35,57) 44,11 17,23 14,03 19,20 44,61
€3 (0,54-3,36) 4,09 1,43 0,98 1,35 13,37
€18:1(0,39-1,93) 2,35 0,93 1,05 1,56 1,81
€18:2 (0,096-0,732) 0,90 0,35 0,37 0,34 0,55
CO (14,23-46,21) 57,46 25,18 17,20 31,11 47,86

BM3HAYeHHA KOHLEHTPaL,ii aMiHOKMCAOT Ta aunnKap-
HITUHIB B CYXMX NJAAMax KpPOBi NpPOBOAMIOCH METOAOM
pignMHHOT xpomaTorpadii TaHAEMHOT Mac-CneKkTpomeTpil
3 AepVBATU3ALLIEID HA PiAMHHOMY XpomaTorpadi Dionex
(CLLUA) mac-cnektpometpi API SCIEX 2000 (CLUA) 3
BMKOPUCTAaHHAM Habopy peareHTiB Chromsystems
MassChrom® Amino Acids and Acylcarnitines from Dried
Blood — LC-MS/MS (HimeuumHa). MigrotosKy 3paskis Ta
BMMIipIOBaHHA MeTaboniTiB 34iicHIOBaNM BigNOBiAHO A0
NPOTOKONY BUPOBHMKA.

CTaTUCTUYHI meToam. AHani3 OTPMMAHUX pes3ynabTa-
TiB, 30Kpema po3paxyHok U-Kkputepia MaHHa-YiTHi, KO-
ediuieHTy Kopensauii CnipmeHa, nobynosa Kopesnorpam
Ta ROC-KpmBuMx 6ynm nposBeaeHi 3a 4ONOMOrOH NileH-
3iHOro nporpamHoro 3abesneyeHHa MedCalc18.5.
IHTepnpeTayito  KopendAuii  CnipmeHa nposogunnun
CNUpaKYnCh Ha HacTynHi TBepaxeHHa 0,3-0,4 —cnabka
npama kopensauia, 0,4-0,7 — nomipHa npama Kopensau,is,
>0,7- cunbHa Npsama Kopenawisa.

Pe3ynbTati gocnigyKeHHs Ta ix 06rosopeHHsA. byno
NpOaHani3oBaHO pe3ynbTatv gocnigxKeHHAa 480 cyxmx
MAAM KPOBI MaUEHTIB 3 KAiHiYHMMM Ta/abo ¢yHKLiO-
Ha/ZIbHUMM O3HAKaMM yparKeHHA NeviHKM Ta 264 cyxmx
NAAM KpoBi rpynu ocib-pedepeHTis. byno nokKasaHo,
wo y 300 ocib 3 rpynu nauieHTis 3 YN (62,5%) piseHb
cneundidyHmx ana metabonismy nediHKM amiHOKMCNOT
(Trpo3uH, meTioHiH) Ta/abo aumnkapHitTuHise (CO, C2, C3,
C16, C16:1, C14, C18:1, C18:2) BMxoauB 3a Mexi pede-
PeHTHMX 3Ha4veHb. 3 umx 300 nauieHTiB 25-0M ocobam
6yno BCTaHOBNEHO giarHo3 CMM, aki cdopmysanu rpyny
nopisHAHHA. Cepes umnx 25 nauieHTiB 6y10 BUSBAEHO ra-
NIAKTO3EMIIO Y LLECTWN MALEHTIB, TUPO3MHEMItO TR | —y
n’aTn, i3onboBaHui aediunt 3-rigpokcmauunn-KoA aeri-

AporeHasu — y Aes’saTu, uMTpyaiHemito Tun | —y ogHo-
ro, y n’aTm — MeTUIManoHOBY auMaeMito Ta y O4HOro
— mykosicumao3. MNepebir LMx 3aXBOpOBaHb CynpoBo-
OXKYETBCA YPAXKEHHAM MEYiHKM, CMPUYNMHEHNUM HaKoMuU-
YEHHAM TOKCMYHUX MeTaboniTiB BHACNIQOK CrnagKoBo
obymoBneHoro cneundiyHoro bioximiyHoro gedekry. B
3a/1eXKHOCTI Big, 6ioxiMmiuyHOro AedeKTy, KOXKHe i3 3a3Ha-
YeHWX 3aXBOPHOBAHb XapaKTepu3yeTbCa cneundiyHnmm
AiarHOCTUYHO 3HAYMMMMM NOKasHUKamK (Tabn. 1).

Y iHWwKx 275 nauieHTiB, AKIi CKNAANM OCHOBHY rpyny
[OCNIAMKEHHs, 6yno BMABNAEHO HacTynHi ocobsamBocTi
npodinto metabonitie: y 54 oci6 byna niasueHa KoH-
LeHTpaLia TMpo3nHy, y 41 —meTioHiHy, y 54 nigsuwieHnin
piBeHb aumnkapHiTMHy C3, y 51 nigsuweHuii piseHb C2,
y 57- niasuuweHni piseHb CO, y 76 — C14, y 52 — C16:1,
y 63 —C16 1a wey 39 — C14:1 (tabn. 2). Mpuyomy y 236
oci6 byno BMABAEHO NiABULLEHHS PiBHA ABOX i Hinblwe
meTabonitis.

AHani3 pe3ynbTaTiB BU3HAYEHHA piBHA cneundiyHnx
ANA nediHkKM meTaboniTiB y rpynax nawieHTisB 3 nigTeep-
OKeHum giarHo3om CMM T1a y nauieHTis 3 YI HeAcHoT
eTionorii Nokasas, Lo piBeHb TUPO3UHY NiABULLEHUN AK
Y NaujieHTiB 3 TUPO3MHeMieto TvN | (naToreHeTUYHO 0by-
MOBJ/IEHE NiABULLEHHA), TaK i Y NALEHTIB 3 raNakTo3emi-
€to iy 54 ocib 3 rpynu nauieHTie 3 Yl HesacHOI eTionorii
(BTOpMHHE nNiABULWEHHA BHACNIAOK TOKCMYHOro YIM).
TaKa ¥ cMTyaLlif CnocTepiraeTbes i A4NA iHWKMX meTaboni-
TiB (Tabn. 2). Tomy Hamu 6yn0 NpoaHanizoBaHoO CTyNiHb
NiABULLEHHA PiIBHA OKpemMux MeTaboniTis i meTaboniyHi
npodini y nayienTis 3 pisHumu CIMNM, nauieHTis 3 Y He-
ACHOI eTionorii i B ocib-pedepeHTiB ANA BUABNEHHS KpU-
TepiiB gudepeHLianbHOI OLIHKM LMX pe3ynbTaTis, AKi
[03BONATH CKOPOTUTU AiarHOCTUYHUIA NPOLEC LUAAXOM
ONTMMANIbHOro 3aCTOCYBaHHA METOAIB NiATBEPAKYOYOI
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Puc. 1. A. 1. ROC-kpuBa KpuTepia iHTepnpeTauii pe3ynbTaTtiB TaHAEMHOI Mac-CNeKTPOMETPIi 3 BUKOPUCTAaHHAM BEPXHbOI MeXXi 3HaYeHHA
TMPO3UHY 149 MKMOAb/N Npu giarHocTuui TMpo3uHemii, 2. ROC-KpuBa KpuTepis iHTepnpeTauii pe3ynbraTtis TaHAEMHOI Mac-CneKTpomeTpii
3 BUKOPUCTAHHAM BEPXHbOI MeXKi 3HaYeHHA TMPO3UHY 312 MKMOAb/ A Npu giarHoctTuui TMpo3uHemii. b. [liarpama po3Kkugy 3HaueHb
KOHLEHTpALii TMPO3MHY B CyXMX NAsAMAaX KPOBi KOHTPO/IbHUX OCib, NaLiEHTIB 3 TUPO3UHEMIEID, NALLIEHTIB 3 ralakTO3eMi€lo Ta nauieHTis 3 Y.

aiarHoctukm CMM i 6inblu LOCTOBIPHOrO PO3MEXKYBaHHA
NePBUHHUX | BTOPUHHUX METaboNiUYHUX 3MiH.

Mpn NOpPiBHAHHI PO3KMAY 3HAYEHb KOHLEHTpaLii
TUPO3MHY Y CYXMX MAAMAX KPOBi B pi3HMX rpynax 6yno
BUABNEHO, WO 0bnacTi 3Ha4YeHb B rpyni ocib-pedepeH-
TiB HEe NepeKpuBalOTbCA 3 06NaCTAMM 3HaYeHb Yy naui-
€HTIB 3 TMPO3MHEMI€EIO Ta naujieHTiB 3 YI, nepekpunTTa
cnocrepiranoca Auwie 3 0bnacTio 3HayYeHb Y NaLieHTIB
3 ranakrosemieto. Taki AaHi A03BONAKOTb NPUNYCTUTH,
WO KPWUTMYHE 3HAYeHHA, AKe [03BOJIAE 3anifo3puTH
AjarHo3 TMpo3MHemia TMn | cTaHoBUTb 312 MKMOAb/N
(MiHiManbHe y BUABNEHWUX MALLEHTIB 3 TMPO3MHEMIEID
1N |), NOKA3HMKKM HUXKYE AaHOro MOKa3HMKaA, AKi 3Haxo-
AATbCA B Mexax Big, 149 a0 312 MKMo/b/ A1, BUXOAAYM 3
OTPMMAHUX HaMW pe3ynbTaTiB, CBiA4YaTb NPO BTOPUHHE
NiABULWEHHA TUPO3MHY BHACNIAOK YPaXKEHHA MNeYiHKK
iHLWOI eTionorii, cepen, AKUX MOXKANBUM € AiarHO3 rasiak-
To3emia. ROC-aHani3 NpPOrHOCTUYHOI 3HAYYLLLOCTi PiBHA
TUPO3UHY ANA AIarHOCTUKM TUPO3MHEMIi MOKa3as, Lo
3aCTOCYBaHHA HOBOrO pedepeHTHOro 3HaAYeHHs KOH-
LeHTpaujii TMpo3uHy (>312 mKMmonb/n) niasullye cre-
umoivHictb meTtoay 3 87,1% mo 98,3% (puc. 1 b1, 2).
Cnig, 3a3HaunTH, Wo AudepeHuialis TMpPo3uHemii Ta
ranakTo3emii vwe no pPiBHIO TUPO3NHY npobnemaTtny-
Ha. 3 puc. 1 BUAHO, WO MefiaHN 3HAaYeHb TUPO3UHY Y
NALEHTIB 3 LUMM CMAAKOBMMM NATONOTIAMM MPAKTUYHO

iAeHTUYHI | cTaHoBAATbL 407,69 Ta 416,9 MKmoab/n Bia-
noBiAHO, a iXHi 06/1acTi 3HaYeHb NEePEKPUBAOTLCA MiXK
coboto. OpHaK ypaxyBaHHA [0AATKOBUX BioXimiuHMX
MapKepiB 403BONIAE BUABUTM NeBHI MeTaboniuHi npodi-
Ni, AKi MatoTb BiAMIHHOCTI Y NALEHTIB 3 TUPO3UHEMIEID
i y naujeHTiB 3 ranakTosemieto. 3oKkpema, byno Buase-
HO, WO Yy 5 NaLieHTiB 3 TMpO3MHEMI€ErD TMN | cnocTepira-
€TbCA TEHAEHL,A A0 3HUXKEHHA KOHUeHTpauii CO Ta xa-
paKTepHa BMCOKA KOHLEHTpaLia TMpo3uHy (6inblue 312
MKMOAb/N), ToAi SIK A5 NaLiEHTIB 3 raslakTo3eMielo xa-
PaKTEPHUM € NiABULLEHHA PiBHA TUPO3UHY Binblie 149
MKMO/b/N Ta iCHYE TeHAEHLiA A0 NiABWULLEHHA PiBHA
meTioHiHy Ta CO (Tabn. 2). IHTepnpeTauia pesynbTaTiB
CE/IeKTUBHOIO CKPUHIHTY 3 BUKOPUCTAHHAM TaKMX Npo-
dinis LO3BONAE CKOPOTUTU KiNbKiCTb HEOBXiAHWX f0AAT-
KOBWX AOCNiAKeHb ANA AndepeHLianbHOI AiarHOCTUKM
TUPO3MHEMIT TUN | Ta ranakTosemii.

OOHUM 3 HEOAHO3HAYHUX TA BaXKKUX ANA iHTepnpe-
Tauii MmeTaboniTiB, AKWIA AETEKTYETLCA B XO4i CENEeKTUB-
HOrO CKPUWHIHIY € NponioHiNKapHITUH — C3. KoHueHTpa-
Lia gaHoro 6ioximiYHOrO Mapkepa MOXKe 3pocTaTH, AK
NepBMHHO NPU METUAMANOHOBIN auugemii (MMA) Ta
NponioHOBIN auMaemii, Tak i BTOPMHHO MPU BXKUBAHHI
ivwe POCAMHHOI i, aediymTi BiTamiHy B12 [8].

MegiaHa KoHLeHTpaLii C3 y rpyni NawieHTiB 3 meTua-
MaJIOHOBO auuMaemieto cTaHoBUTb 13,37 MKmonb/n, a
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Puc. 2. A. 1. ROC-KpuBa KpuTepito iHTepnpeTau,ii pe3ynbTaTiB TaHAEMHOI Mac-CNeKTPOMETPIii 3 BUKOPUCTAHHAM BEPXHbOI MeXKi 3HaUYeHHA
C3 3,36 MKMOAb/N NpK giarHOCTULLi MeTUAMaNoHOBOT aumaemii, 2. ROC-KpuBa KpUTepito iHTepnpeTauii pesyabTaTis TaHAEeMHOT Mac-
CMEKTPOMETPIi 3 BUKOPUCTAHHAM BEPXHbOI Me3Ki 3HaueHHs C3 6,43 MKMONb/n Npu AiarHoCTUL MeTUAMANOHOBOI aumaemii. b. liarpama
PO3KMAY 3HaUYeHb KOHLUEeHTpauii C3 B CyXxMX NAsiMax KPOBi KOHTPONbHUX OCi6, NaLi€HTIB 3 TMPO3UHEMIEID, NALIEHTIB 3 raflaKTo3eMielo Ta
nauieHTis 3 YIN.

y nauieHTiB 3 YT HeAacHoi eTionorii 4,09 mkmosnb/n (Taba.
1). AHani3 po3KkuAay 3HayeHb KoHueHTpauii C3 B cyxux
NAAMaX KPOBi NALIEHTIB 3 METUMANOHOBOK auMAEMIEID,
nauieHTie 3 YI Ta rpyni oci6-pedepeHTiB Nokasas, WO
ob6n1acTi 3HaveHb C3 y LMX rpynax He nepekpuBatoTbCA
(puc. 2B) i cTaTUCTMYHO AOCTOBIPHO BiAPI3HAOTLCA 3a
Kputepiem MaHHa-YiTHi (p<0,05). PedepeHTHUI1 iHTep-
Ban piBHA C3 y KpoB.i nauieHTis 3 YN ctraHosus 1,77-6,43
MKMO/b/A, @ MiHiManbHe 3HayeHHs piBHA C3 y naljieH-
TiB 3 MMA cTaHOBMAO 6,8 MKMO/b/A. 3 OriAAy Ha TaKi
OaHi MOXHA 3aMponoOHYyBaTV BUKOPUCTAHHA KOHLUEHTpa-
uji C3 B cyxux nasmax Kposi 6,43 MKMO/Ib//, IK BEPXHIO
Mexy ana 6inbw cneumdivyHOi Ta TOYHOI AiarHOCTUKM
MMA. ROC-aHani3 NporHoCcTMYHOI 3HaYyLWwocTi pisHA C3
015 CENEKTUBHOIO CKPMHIHTY CNagKoBuX meTaboniyHmx
3aXBOpOBaHb, 30kpema MMA noKasaB nNigBULLEHHSA
cneundiyHocTi gaHoro metoay 3 90,4 oo 94,9% (y ABox
naujienHTie 3i 3HayeHHAMKM C3, sKi cTaHOBMAM bBinblue
6,43, byB BMABNEHUN aediunT BiTamiHy B12, a He me-
TUAMaNOHOBa auuMaemisn).

OKpemy rpyny MNaUiEHTIB 3 YParKEHHAMMU MNeYiHKu,
AKi BMMaratTb LWBUAKOI Ta TOYHOI 4iarHOCTUKM CTAHOB-
NATb ocobu 3 i3oboBaHUM AediLMTOM AOBroNAHLIOMO-
BOi -3-rigpokcnaumn-KoA perigporeHasu (O4-3-TAL).
Y nauieHTis 3 A4-3-TA[, cnocTtepiratoTb rinornikemito,
renaTo-NieHanbHUI cMHAPOM, MeTaboniyHi Kpusu. 3

300 nauieHTIB 3 ypaKeHHAMM nedviHkM y 21 nauieHTa
cnocrepiraav NigBULLEHHA KOHLEHTpauii ogHOro, ABOX
abo BCix TPbOX creundiyHNX oA 4AHOTO 3aXBOPHOBaH-
HA auunakapHiTMHIB C160H, C180H Ta C18:10H. OKpim
Toro, y 10 3 21 nauieHTiB cnocTepirany 3HMKEeHHA KOH-
ueHTpauii CO Ta y 8 3HMMKEHHA KoHUeHTpauii C2. Ana nig-
TBEPAKEHHA AiarHo3y Hacamnepes 6yno nopaxoBaHO
cnisBigHoweHHa (C160H+C180H+C18:10H)/C0>0,03,
3anponoHoBaHe Baydakova et al. [9], y 14 3 21 nauieHTiB
CNOCTEPIrasiocb 3Ha4YEHHA TAaKOTO CMiBBiAHOLWEHHA biNb-
we 0,03, wo BKasyBano Ha HaAsHicTb A4-3-TAL. OgHak
npu nNpoBeAeHHI MONEKYNAPHO-TeHETUYHOro A0CAi-
OKeHHA giarHo3 A/[-3-TA[l 6yno niaTBepasKeHo Hamu
nunwe y 9 nauieHTis, TOX y 5 naujieHTiB 6yno BUABAEHO
XMOHO-NO3UTUBHUI pe3ynbTaT [10]. BpaxoBytoun Te, WO
39 nauyieHTiB y 8 cnocTepiranm 3HMKEeHHA NoKasHMKa C2,
Hamu 6yno 3anponoHoBaHo cniBBigHowWeHHA (C160H +
C180H + C18:10H)/(CO + C2)>0,025, sike BpaxoBye no-
Ka3HWK C2 i BiACiKa€e yci XMOHO-NO3UTUBHI pe3ynbTaTy i
[03BONIAE NPULWBUALWINTM Yac NPOBEAEHHA AiarHOCTUY-
HOro MpoLecy Ta NOCTAaHOBKM OCTAaTOYHOrO AiarHosy.
CTaTUCTUYHMIA aHanNi3 NOKa3HWKIB MPOrHOCTUYHOI 3Ha-
YYLLOCTi 3anNpONOHOBAHOIO HamM cniBBigHOLWeEHHA 6io-
XiMmi4HMX mapkepis metogom ROC-aHanisy nokasas, WO
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Puc. 3. A. ROC-kpuBa KpuTepito iHTepnpeTauii pe3ynbTaTtiB TaHAEMHOI Mac-CNeKTPoMeTpii 3 BpaxyBaHHAM CMiBBiAHOLWEHHA
(C160H+C180H+C18:10H)/C0>0,03. 5. ROC-KpuBa KpuTepilo iHTepnpeTawii pesynbraTis TaHAEMHOI Mac-CNEKTPOMETPIl 3 BpaXyBaHHAM
cnisBigHoweHHa (C160H+ C180H+ C18:10H)/(C0+C2)>0,025.

cneundivHicTb HOBOrO CMiBBIAHOWEHHA MOPIBHAHO i3
cniBBiAHOWEHHAM 3anpornoHoBaHnm Baydakova et al.
3pocna 3 78,3% no 100,0% (pwuc. 3A, b).

B pe3ynbTati aHanisy rpynu nauieHTie 3 Y[ HeACHOro
reHesy B fAKMX He Oyno niaTBepArKEHO craakose
MeTaboniyHe 3axBOPKOBAHHA, ajse CchnocTepirasanch
BiAXWM/IEHHA KOHUEeHTpaLji meTaboniTis Big pedepeHTHMX
3HayeHb, 6ynO BMABNEHO XapaKTepHi MmeTaboniuHi
npodini. 3okpema, NpyM NpoBeAeHHI KopensuiiHoro

Puc. 4. Kopenorpama 6ioximiyHUX NOKa3HUKIB y CyXUX NAsAMaX KPOBi NALiEHTIB 3 yparKeHHAM NeYiHKu

(A) Ta rpynoto oci6 pedepenrTis (B).

aHanisy y uux nauieHTiB Oyna BMABNEHA CUAbHA 4M
NOMIpHA MpsAMa KopenAauia MK noKasHukamu C2,
C18:2, C18:1, C16, CO ta C3, a TaKOX MiXK NOKa3HUKamMM
C16, C16:1 ta C14 (puc. 4A). Takox, 6yno BUABNEHO,
WO MiX aMiHOKMC/IOTaMW TUPO3UH Ta METIOHIH i
OOCNIAXKYBAaHUMM  AUUAKAPHITUHAMKM  iCHYE cnabKa
KOpenauia, ofAHaK NPUCYTHA NOMipHa NpAama Kopenauin
LMX aMiHOKMCIOT Mi¥K cOBOI0 NpuY BUCOKIl AOCTOBIPHOCTI
3a KpuTepiem CriogeHTa p<0,0001. Mpu nigpaxyHKy
TaKoi Kopensauii y rpyni oci6-
pedepeHTiB, 6yno BUABIEHO
nwe nNOMipHYy Kopensauito
Mi>K NeBHMMM NOKa3HMKaMy,
a came C2, Cl6 T1a C18:1
Ta aMiHOKMCNOTamm
TUPO3MHOM Ta METIOHIHOM
(puc. 4B). Mpu nopiBHAHHI

uMx npodinie 3 Takumu
Yy rpynax nauieHTiB
3 ranakTosemieto Ta

TMpPO3nHemieto Tun | 6yno
NMOKa3aHo, O BOHWU JiMLle
YacTKoBO cniBnagatoTb. 3o0-
Kpema, Kopenauia nokasHu-
Kis C2, C18:2, C18:1, C16,
COo, C3 1a C16, C16:1, C14 y
NaLEHTIB 3 TUPO3UHEMIELID
™ | Ta ranakTosemieto byna
CUNbHILIA, aHiX Y rpyni nai-

€HTiB 3 YT1.
3 ornAagy Ha  TaKi
pesynbraTty, MOKHa

NPUNYCTUTY, LLLO NOPYLUEHHA
MeTaboniamy npu ypaxkeHHi
NeyiHKm CnpuATb
NiABULLEHHIO KOHUEHTpauii
OaHUX BioxiMmiYHMX monekys,
AKi B MalbyTHbOMY MOXKYTb
BUKOPUCTOBYBATUCD, AK
MapKepu MNOKPALLEHHA 4w
NOripWeHHA CTaHy MNeYviHKu
y naujieHTis. B nitepatypi Ha
pasi onncaHo, Lo NopyLUeH-
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HA POHOTU NEYiHKM BHACNIAOK renaTuTy, LMPO3y neYiH-
KM MPU3BOAMUTD [0 3MIHU MeTaboniamy TMPO3uHy Ta de-
HinanaHiny [5]. B iHWwomy gocnigsKeHHi 6yno nokasaHo,
wo C1l6 € MOXKAMBMM MaApPKEpPOM MoripleHHs poboTu
neviHku [11]. Tako 3a TBepgKeHHAMM Finkelstein J. D.
rinepmeTioHiHeMis Npu renaTuTi YN LMPO3i MOXKe CBia-
YnTKM Npo geandepeHLiaLio KNITUH Ta PO3BUTOK Heo-
naacTMyYHUX npouecis [12].

B nigcymKy BapTO HarosocMTU Ha TOMY, LLO NpU 3a-
CTOCYBaHHi OTPUMAHUX HaMW KpuTepiiB iHTepnpeTauii
pe3ynbTaTiB CEeIEKTUBHOIO CKPUHIHTY CNaZKoBUX NOpy-
LeHb 06MiHY aMiHOKMCNOT Ta aUMIKAPHITUHIB y AiTel 3
YParKeHHAM MeYiHKM Ta BU3HaYeHHA cneundiyHoro npo-
dinto, AKMIN XapaKTepHUI ANA TaKMX MALIEHTIB, MOXKHa
NPULWBUALINTM Yac NOCTAHOBKM MPaBUALHOrMO AiarHo-
3y (TMpo3uHemii TMN |, ranakTosemii, MeTUIMa 0HOBOI
aumaemii, isonbosaHoro gediunty O/1-3-TAA) wnaxom
ONTUMI3aLi AiarHOCTUYHOTO Npouecy.

BucHoBKMU

1. 3MiHWM KOHLEHTpaLii aMiHOKMCNOT Ta auUAKapHI-
TUHIB, BUAB/EHI B XOA4i CENEKTUBHOIO CKpUHiHry CIMM,

MOXKYTb ByTK AK cneundiyHUMN, oBymoBAEHMMU Nep-
BMHHUM BioximiyHnm pedektom CMM, Tak i BTOPUHHK-
MW, TPAH3UTOPHUMMU, WO noTpebye o6oB’A3KoBOI Ande-
peHuiauii.

2. BMKOpPUCTAHHA BEepXHbOi MeXi TUposuHy 312
MKMO/Ib/A B CyXWMX NAAMAx KpoBi Mpu nabopaTopHil
AiarHocTmui TMpo3uHemii Tmn | nigsuLLye cneundivHicTb
naHoro metoay 3 87,1 no 98,3%, a BUKOPUCTAHHA BEPX-
Hboi mexi C3 6,43 mKmonb/n npu nabopatopHiii aja-
rHOCTUL MEeTMU/IMAZIOHOBOI aumaemii NigBULLYE cneuu-
¢ivHicTb aHoro meTtoay 3 90,4 fo 94,9%.

3. BwukopucTaHHA po3paxyHKy CniBBiAHOLWEHHA
(C160H+ C180H+ C18:10H)/(C0+C2)>0,025 nigBuLLye
cneundiyHictb meToay nabopaTopHOi AiarHOCTUKK i30-
nbosaHoro gediunty A0-3-TAL 3 78,3% no 100%.

MepcnekTMBM NoaanbluNX AocnigKeHb. MnaHyemo
6inblu AeTanbHO BUBYUTU KNiHIYHY | BioximiuyHy XxapakTe-
pUCTUKY rpynu aiten 3 YT HeACHOro reHe3y A1A NoKpa-
WeHHA aMdepeHUiiHOi AiarHOCTUKM Li€i reTeporeHHol
naTonorii i NOKpaweHHA BuAsneHHA CIMM.
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KPUTEPIT AUDEPEHLIALLIT MEPBUHHUX TA BTOPUHHWUX 3MIH KOHLLEEHTPALLIT AMIHOKUC/IOT TA ALUIKAP-
HITUHIB, BUABNEHUX Y XOAI CENEKTUBHOIO CKPUHIHTY CNAAKOBUX MOPYLLEHb METABONI3MY Y AITEN 3
YPAXKEHHAM NEYIHKU

BapsiHcbKa O. 10., OnbxoBuu H. B., lopoBeHko H. I

Pe3stome. B pe3ynbTaTi CeIEKTUBHOMO CKPUHIHTY CMagKoBUX XBOPOO 06MiHY aMiHOKMC/IOT Ta aLM/IKapHITUHIB 33
7 pokiB 6yno suasneHo 480 NauieHTIB 3 ypaXKeHHAMM NeYiHKK pisHOi cumnTomaTuku. Cepes, Aknx 6yno BuABneHo
6 nauieHTiB 3 ranaktosemieto, 5 3 TMpo3nHemieto, 1 3 uuTpyniHemiero Tmn |, 1 3 mykosicungosom, 5 3 metunma-
JIOHOBOK auMaemieto Ta we 9 — 3 isonboBaHMm aediuntom O/1-3-TAL. B pe3ynbtaTi NpoBeAeHOro A0CNIAMKEHHA
6yno BuABneHo npodini aMiHOKUCIOT Ta auUAKapHITUHIB cneumdivHi ana nauieHTis 3 VI, a came C2, C18:2, C18:1,
C16, CO Ta C3, a Takoxk C16, C16:1 ta C14. Ona onTMmisauii iHTepnpeTayii pe3ynbTaTiB CEIEKTUBHOIO CKPUHIHTY
nauieHTis 3 YI HeAcHoro reHesy, 6y10 3anNponoHOBaHO BUKOPWUCTOBYBATH KOHLEHTPALLit0 TUPO3KHY >312 MKMOsb/A,
AK BEPXHIO MEXKY ANA AiarHOCTUKM TUpPO3MHeMii T1n |, Wwo nigsulLye cneundiyHicte metogy giarHocTkum 3 87,1%
00 98,3%, KOHUEHTpaLito TMPO3uHY Big 149 Ao 312 MKMO/b//N MPK iHWMKX NATOMOTIAX MNEYiHKKM, KoHueHTpauio C3
>6,43 MKMO/b/N ANA AiarHOCTUKN METUIMANOHOBOI aumaemii, o niasuuiye cneundiyHictb giarHoctnkn MMA 3
90,4% 00 94,9%, a TaKOX BUKOPUCTaHHA cnisBigHoweHHA (C160H+ C180H+ C18:10H)/(C0+C2)>0,025 niasuilye
cneundiyHicTb MeToay AiarHoCTUKM i3onboBaHoro aediunty O1-3-TAL 3 78,3% a0 100,0%. Taki 3axo4mM AONOMOXKYTb
NPULWBUALIMTA Yac NPOBELEHHA AiarHOCTUYHOrO MpoLLecy Ta MOCTAHOBKM OCTATOYHOrO AjarHos3y, Wo € 0cobanso
HeOobXiAHMM ANA NALLEHTIB 3 ypaXKeHHAM NEeYiHKK.

KniouoBi cnoBa: yparkeHHA NeYiHKW y AiTel, cnafKoBi NopyLieHHA 06MiHy aMiHOKMCAOT Ta aLMIKapHITUHIB.
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KPUTEPUN OUODEPEHLMALMN NEPBUYHBIX U BTOPUYHBIX U3MEHEHWUIA KOHLLEHTPALMWU AMWUHOKUC-
NOT U AULUNKAPHUTUHOB, BbIABJIEHHbIX B XOAE CENEKTUBHOIO CKPUHUHIA HACNEACTBEHHbIX HAPYLLIE-
HUA METABOJIN3MA Y IETEM C MOPAXEHWEM MEYEHU

BbapsuHckas O. 0., Onbxosuu H. B., loposeHko H. I.

Pe3stome. B pesynbrate ceNeKTUBHOIO CKPUHWHIA HacneacTBEeHHbIX 6one3Hen obmeHa aMUHOKUCAOT U auun-
KapHWUTMHOB 3a 7 neT 6bin10 BbiABAeHO 480 naumeHToB C NopaxkeHusamu neveHu (M) pasnMUYHON CUMNTOMATUKMN.
Cpeam KoTopbIx O6bl/10 BbISIBIEHO 6 NALMEHTOB C rasiakTo3eMunen, 5 ¢ TMposnHemmeii 1-ro Tmna, 1 ¢ yuTpyAMHEMUEN
1-ro TMna, 1- ¢ MyKOBUCLMAO030M, 5 C METUIMANIOHOBOW aunaemuneli n ele 9 — ¢ M301MPoBaHHbIM AeduunTom
ON-3-TAL. B pe3ynbtaTe NpoBeAeHHOr0 Uccie0BaHMA 6b110 BbISBEHO NPOdUAN AMUHOKUCAOT U aLUIKapHUTH-
HOB cneunduryeckne ansa naumenTos c MMM, a umeHHo C2, C18:2, C18:1, C16, CO n C3, a Takxke C16, C16:1 n C14.
[Ons onTMMmnsaLmMm MHTEPNPETALLMKN PE3YNbTaTOB CEIEKTUBHOMO CKPUHMHIA NauneHToB ¢ MM HeacHoro reHesa, 6b110
NpeanoXKeHOo MUCMOoAb30BaTb KOHLUEHTPALMI0 TUPO3UHA> 312 MKMOAb/N, Kak BEPXHIOW rpaHuLy A1A AMarHOCTUKU
TUPO3MHEMUK 1-ro TMNa, YTo NOBbIWAET cneuMPUYHOCTb MeToAa AMArHOCTUKN ¢ 87,1% no 98,3%, KOHLEHTpauuio
C3> 6,43 MKMOAb/N ANA ANArHOCTUKU METUAMANOHOBOM aunaemumn (MMA), 4To nosbiwaeT cneumdUUYHOCTb anar-
HocTMkM MMA ¢ 90,4% 00 94,9%, a Tak»Ke Ucnonb3osaHuna cooTHoweHun (C160H + C180H + C18: 10H) / (CO + C2)>
0,025 nosblwaeT cneundrUyYHOCTb METOAA AMATHOCTUKM M30MpoBaHHoro aebuunta A1-3-TAL ¢ 78,3% no 100,0%.
Takne mepbl MOMOrYT YCKOPUTb BpeMA NPOBEeAEeHUA AMAarHOCTUYECKOro NpoLLecca M NOCTAaHOBKM OKOHYaTeIbHOTO
OMarHosa, 4to 0Co6eHHO HeObXoAMMO A/1A MALNEHTOB C MOPAXKEHMEM NEYEHN.

KntoueBble cnoBa: nopaxkeHue neyeHu y aeTei, HacneACTBEHHbIe HAPYLEeHUs 0bMeHa aMUHOKUCIOT U auun-
KapHUTUHOB.

DIFFERENTIAL CRITERIA OF THE PRIMARY AND SECONDARY CHANGES OF AMINO ACIDS AND ACYLCARNITINES
CONCENTRATION DETERMINED IN SELECTIVE SCREENING OF INBORN ERRORS OF METABOLISM IN CHILDREN
WITH LIVER FAILURE

Barvinska 0., Olkhovych N., Gorovenko N.

Abstract. Liver failure (LF) is a pathological condition characterized by a certain symptom of a violation of
the functioning of this organ (hepatitis, hepatomegaly, cholestasis, hyperbilirubinemia, ascites, hypoglycemia,
encephalopathy), which occurs as a result of exposure to certain exogenous (toxins, viruses) or endogenous
(metabolites, autoimmune factors) factor. In 13-20% of cases, the cause of LF in children is hereditary metabolic
disorders, the most common tyrosinemia type |, citrullinemia type |, galactosemia, isolated deficiency of long
chain 3-hydroxyacyl CoA dehydrogenase methylmalonic acidemia. Since the liver plays a key role in most metabolic
pathways in the human body, the LF of any etiology causes complex changes in the metabolic status of the patient.
Such secondary metabolic changes often mimic hereditary metabolic diseases and require a clear differentiation
from the primary metabolic signs of hereditary metabolic disorders in order to avoid false-positive or false-negative
diagnosis of this pathology.

Purpose of the study. Development of criteria for the delimitation of primary and secondary changes of amino
acids and acylcarnitines concentration in dry blood spots of children with liver failure.

Results and discussion. The results of the study of 480 dry blood spots in patients with clinical and / or functional
liver failure and 264 blood spot specimens in the group of referrals have been analyzed. It has been shown that in the
300 patients from the group of patients with LF (62.5%), the level of specific amino acids went beyond the reference
values. Of these 300 patients, 25 patients were diagnosed, among them galactosemia in 6 patients, tyrosinemia type
lin 5, LCHADD in 9, citrullinemia type | in 1 and MMA in 5. In the other 275 patients the following features of the
metabolite profile were revealed: 54 patients had a higher concentration of tyrosine, 41 — methionine, 54 increased
levels of acylcarnitine C3, 51 increased C2 levels, and 57 increased CO, at 76 — C14, at 52 - C16: 1, at 63 — C16 and at
39 —C14: 1. Moreover, 236 people were found to increase the level of two or more metabolites.

The ROC analysis of the criteria for interpreting the results of tandem mass spectrometry for the diagnosis of
tyrosinemia type | has shown that the application of the new reference value of tyrosine concentration (>312 umol/I)
increases the specificity of the method from 87.1% to 98.3%, since in two patients with galactosemia tyrosine was
more than 312 umol/l. The ROC analysis of the new method for interpreting the results of selective screening of
hereditary metabolic diseases, in particular, MMA, showed an increase in the specificity of this method from 90.4%
to 94.9%, since two patients with C3 values above 6.43 had a deficiency of vitamin B12, but not methylmalonic
acidemia. Also, we proposed the new ratio (C160H + C180H + C18: 10H) / (CO + C2)> 0.025, which takes into account
the C2 index and cuts all false-positive results and increase the specificity of diagnostic method from 78,3 to 100%.
All these criteria allow to speed up the time conducting the diagnostic process and setting the final diagnosis. In
addition, in patients with liver failure without diagnosis of inherited disorder were detected the following metabolic
profiles C2, C18: 2, C18: 1, C16, CO and C3, as well as C16, C16: 1 and C14.

Summary. To optimize the interpretation of the results of selective screening of patients with LF of unclear
genesis, it was suggested to use a tyrosine concentration of > 312 pumol/I as the upper limit for the diagnosis of
tyrosinemia type |, which increases the specificity of the diagnostic method from 87,1% to 98,3%, C3 concentration
> 6,43 umol/l for the diagnosis of methylmalonic acidemia, which increases the specificity of diagnosis of MMA from
90,4% to 94,9%, as well as the use of the ratio (C160H + C180H + C18: 10H) / (CO + C2)> 0,025 increases specificity
of diagnosis LCHAD deficiency from 78,3 to 100%. Such measures will help speed up the diagnostic process and
make a final diagnosis that is especially important for patients with liver failure.

Key words: liver failure in children, inborn errors of amino acids and acylcarnitines metabolism.
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