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38’A30K ny6nikauii 3 N1aHOBMMMU HayKOBO-A0CAIA-
HUMK poboTtamu. [ocnigxKeHHA NpoBeAeHi B pamKax
HayKoBOT TeMU Kadeapun megmyHoi Ta nabopaTopHoi re-
HeTukn HMATMO imeHni M.J1. lWynuka «BM3HayeHHA reHe-
TUYHUX OCHOB PU3MKY PO3BUTKY NATO/IOTNIYHMX CTAHIB Ha
pi3HMX eTanax oHToreHe3y», Ne gep»kaBHOI peecTpaLii
0114U002215.

Bctyn. MeyiHKa BIiAHOCUTBLCA A0 KUTTEBO BaXKJAUBUX
OpraHiB ntoacbKoro opraHiamy. Came nediHKa Bigno-
BiZla€ 3a AerpajaLito Ta HelTpanisaLito TOKCUYHUX pe-
4OBWH, Bepe y4yacTb y PO3LLENIEHHI }KUPIB i CTUMyAALT
PO6OTM KULLKIBHMKA, Y TKAHWMHAX NEYiHKM AEMNOHYHTbCA
OesAKi BiTamMiHW, MiHepanu, HeobxigHi A8 HOPMasbHO-
ro ¢yHKUioHyBaHHA noguHu [1,2]. YpaxKeHHA NediHKu
(YM) — ue naTonoriyHUIA CTaH, AKUI XapaKTepu3yeTbCA
NeBHUM CMMMNTOMOKOMMNAEKCOM MNOPYyLIEeHHA YyHKL, -
OHYBaHHA LbOro opraHy (renatut, renatomeranis, xo-
necrtas, rinepbinipybiHemis, acumT, rinornikemis, eHue-
danonartis), AKUIA BUHWUKAE BHACNILOK BNAMBY MEBHOTO
€K30reHHOro (TOKCMHM, Bipycu) UM eHAoreHHoro (meTa-
60/1iTK, aBTOIMYHHI YMHHUKK) daKkTopy [3,4]. 30Kpema,
B 13-20% Bunaakis npuunHoto YM y aiteit € cnagKosi
nopyleHHs metabonismy (CMM), Habinbw po3noBcto-
OYKEHMMMU 3 AKUX € NEBHI NOPYLLUEHHA 06MiHY amiHOKMC-
NoT (TnposunHemis tun | OMIM 276700; uutpyniHemis
TmMn | OMIM 215700), Byrnesoais (ranakrosemis, OMIM
230400), **kupHuUx kncnot (i3onbosaHuii aediuunT A0Bro-
naHutorosoi 3-rigpokcmnaunn-KoA gerigporeHasn OMIM
609016, i3011b0BaHa MeTUAManoHoBa auuaemia OMIM
251000) [2,3].

OCKi/IbKM NeyiHKa Bifirpae KAt4oByY posib y Hifblioc-
Ti meTaboniyHux Wnaxis B opraHiami Aoganun, YN 6yab
AKOI eTioNorii CNIPUYNHAE KOMMNIEKCHI 3MiHU MeTaboniy-
Horo cratycy nauieHta. Cepes OCHOBHUX BioXimiuHMX
MapKepiB LMX 3MiH € AK NepPBUHHI, Wo GopMyIOTb NEBHI
meTaboniuHi npoodini CMM (Hanp. rinepTMposnHemis
npu TMpO3uHeMii | TUNy), Tak i BTOPUHHI, AKi € Hacnia-
KOM KacKagy naToNoriyHmMX NpoLLEecCiB B TKAHMHI MeYiHKK
[4]. 30Kkpema, npu 3ananbHUX NpoLecax NOPYLIYETLCA
Kataboniam Ta aHaboniam TUPO3MHY Ta deHinanaHiHy
B MeYiHLi, WO CNPUYNHAE NIABULLEHHA PIBHA TUPO3MHY
B KPOBi, NpY UMpo3i 36inblIYETbCA KOHLEHTPaLia deHi-
NlaNaHiHy B KPOBi BHAC/iA0K NpoTeoi3y 6inkKis, a TakoX
NOCU/IIOIOTHLCA NMPOLLECU TiAPOKCUIOBAHHA deHinanaHi-
HY [0 TUPO3MHY B PI3HUX OPraHax, AK KOMMEeHCAaTOPHi
[5]. Taki BTOpUHHIi mMeTaboniyHi 3MiHM YacTo NPUXOBY-
toTb CMM, wo noTpebye YiTKOT AndepeHLialii Big nep-
BUHHUX MeTaboniuyHmx o3HaK CMNM ana YHUKHEHHS Xn6-
HOMO3UTMBHOI abo XMBHOHEraTMBHOI AiarHOCTUKM L€l
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nartonorii. BuacHe npusHaveHHA cneundivyHoi naToreHe-
TyHoi Tepanii npu CMM po3sonde nonepegnT po3BU-
TOK TAXKKOI NaTonorii, Wwo notpebye nepecaku NeviHku,
3anobirtv iHBanian3aLii UM HaBiTb CMepTi NauieHTIB [6].
Ane ycnix Takoi Tepanii HaNPAMY 3a1€XWTb Bif, PaHHbO-
ro Ta TO4YHOrO BCTAHOB/IEHHA HO30/IOTIYHOrO AiarHosy.

OfHMM 3 OCHOBHMX MeToAiB aiarHoctukm CMM, B
TOMY YMCAi TUX, WO cynpoBoaxytoTbea Y1, € BUABNEH-
HA NOPYLEHHA BMICTY aMiHOKMCNOT Ta aLMUAKAPHITUHIB
B CyXill NAAMI KPOBi 3 BUKOPUCTAHHAM METOAY TaHAEM-
HOI Mac-cnekTpomeTpii (cenekTMBHUI CKpUHIHT CIMM)
[7]. NaHenb meTaboniTiB, WO BM3HAYAKOTLCA B MeEXKax
LbOro AOCNIAMEHHA, MICTUTb HU3KY aMiHOKMCAOT (me-
TiOHiH, TMPO3UH, deHinanaHiH) Ta auunkapHituHie (CO,
C2, C3, C16, C16:1), saki € cneundiuHUMM MapKepamu
meTaboniamy neyviHKoOBOT TKAHUHM i, MEBHO Mipoto, Bi-
[obpaxkaoTb QYHKLUiOHabHMI CTaH Lboro opraHy. Ana
niasuweHHa edeKTUBHOCTI iHTepnpeTauii pesynbraTis
TAKOro [OCNiAMKeHHA HeobxiaHa po3pobka KpuTepiis
andepeHuiauii nepBUHHUX Ta BTOPUHHUX 3MiH Bioximiy-
HUX mapkepi YI, Wo A03B0AUTbL 3abe3neynTn paHHIo
Ta TOYHY AjarHOCTUKY piaKicHOT (opdaHHOI) naTonorii i
BYaCHe MPU3Ha4YeHHA afleKBaTHOrO JliKyBaHHA BUAB/e-
HUX XBOPUX.

MeTa gocnig:KeHHA. Po3pobKa KpuTepiiB po3merk-
YBaHHA MEPBMHHUX TA BTOPUHHMX 3MiH KOHLEHTpaLil
AMIHOKMC/IOT Ta aUMIKAPHITUHIB B CyXMX NAAMAX KPOBi
[iTeN 3 yparKeHHAM NeyiHKu.

O6’ekT i meTogM pocnigKeHHA. MaTtepianom Ao-
cnigxeHHa 6ynum cyxi naamu Kposi 480 nauieHTis (giTn
BiKOM Big, 3-0x AHiB A0 18 pokis, 259 giByaToKk Ta 221
XNOMYMK) 3 KNiHIYHMMUK Ta/ab0 GYHKLiOHANbHUMM O3Ha-
Kamu YT, ski 6ynm obcTerkeHi B nabopatopii meanyHoi
reHeTukn HAC/T « OXMATAUT» MO3 YKpaiHm BNpogoBx
2011 — 2017 pokKiB 3a NpOrpamoro ceneKTUBHOrO CKpu-
HiHry cnagKoBux MeTaboniyHNX nopylleHb. MNpoBigHUm
cumntomom Yy Hux 6ynm renatut (156 ocib), acumt (10
oci6), xonecrtas (51 oci6), rinepbinipybiHemis (47 ocib),
renatomeranisa (77), eHuedanonartia (56 ocib) Ta rino-
rnikemis (93 ocib). Mpyna ocib-pedepeHTiB byna cop-
MOBaHa 3 264 naLieHTiB, AKi TakoxK Oynn obcTexeHi B
MEMAX NPOrpamMm CeNeKTUBHOTO CKPUHIHIY CNaaKoBUX
MeTaboniyHMX NOpyLLIEHb, ane y AKUX Bynu BiACYTHI aHa-
NOTiYHI KNiHiyHi Ta/abo dyHKUioHanbHi 03Haku Y. Ons
npoBeAeHHA focnigxeHHs byno oTpumaHo IHbopmoBsa-
HY 3roZy Ha BUKOPUCTaHHSA 6ionoriyHoro matepiany Big,
ycix 6aTbkiB naujieHTiB. [ocnigkeHHa 6yno cxBaneHo
ETnyHum komitetom HOC/T « OXMATANT» MO3 YkpaiHu.
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Martepianom pgocnigskeHHa 6ynu 3pasKuM KpoBi,
AKi 6ynu 3ibpaHi Ha naneposi ¢inbTpn Whatman Ne
903 Wwaaxom 4BOCTOPOHHLOIO PiBHOMIPHOrO NPOCo-

Tabnuusa 1.

[iarHocTMUYHi MapKepu cnagKoBUX MeTabosiuHUX

3axBoploBaHb 3 YI1

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

BUCYLLYBaNM BNPOJOBXK 4-0X rOAUH B FOPU3OHTaNb-

HOMY MONOMKEHHI Ha YMUCTiA NOBEpPXHi, 6€3 CTOPOH-

HbOTO BM/IMBY COHAYHMX NpPOMeHiB abo Tenna. Cyxi
NAAMKW KpOBi A0 aHanisy 36epiranncb Tak, Wob He

BiAOyBanacb nepexpecHa KOHTamiHaLLia 3paskis, Npum

TemnepaTypi +4 °C He foBLIe HiX 6 micauiB.

CnagkoBe meTabosiuHe 3aXBOPHOBAHHA Metabonitu
TuposuHemis Tun | TuposuH P
lanakTosemis Tupo3mH T
I30n1b0BaHNt gediunt 3-rigpokcmaumn-KoA | C160HT, C180HN,
aerigporeHasu C18:10HT
UntpyniHemia tun | Uuntpynin
MeTuamanoHoBa auuaemis c3n
Tabnuusa 2.

MopiBHANbHA XapaKTepuCcTUKa bioximiuHUX MapKepiB y CyXxux nasmax KpoBi NauieHTiB
3 MeTaboNiYHUM yparKeHHAM NeYiHKu

OcHoBHa rpyna Fpyna MNauieHTn 3 TMPO3N- NauieHTn 3 MNauieHT 3 MeTUAMa-
BioXimiuHi MOKasHUKK pocnigKeHHa | ocib6-pedepeHTis Hemieto Tun | raflakTo3emi€lo [10OHOBOIO auUuAeMi€el0
(PedepenTHuii N=275 N=264 N=5 N=6 N=5
iHTepBan, Mkmonb/n) MegaiaHa, MegpiaHa, MegpiaHa, MegpiaHa, MegpijaHa,
MKMmonb/n MKMmonb/n MKMmonb/n MKMmonb/n MKMOAb/N
TuposuH (38,54-149,93) 173,10 67,32 407,69 416,92 106,07
MeTioHiH (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
€O (14,23-46,21) 57,46 25,18 17,20 31,11 47,86

BM3HAYeHHA KOHLUEHTPAL,ii aMiHOKMCNOT Ta aunKap-
HITUHIB B CyXMX NAAMax KpOBi MPOBOANIOCH METOLOM
piaAvHHOT xpomaTorpadii TaHAEMHOI Mac-cnekTpomeTpii
3 AepVBaATU3ALLIEID Ha PiAMHHOMY XpomaTorpadi Dionex
(CLLA) mac-cnektpomeTpi APl SCIEX 2000 (CLUA) 3
BMKOPUCTAHHAM Habopy peareHTiB Chromsystems
MassChrom® Amino Acids and Acylcarnitines from Dried
Blood — LC-MS/MS (HimeuumHa). MiarotosKy 3paskis Ta
BMMIpIOBaHHA MeTaboniTiB 34iicH0BaNM BigNOBIAHO 4,0
NPOTOKOJ/1ly BUPOOHMKa.

CraTucTuyHi metoan. AHani3 OTpMMaHUX pesynbTa-
TiB, 30Kpema po3paxyHoK U-kputepia MaHHa-YiTHi, KO-
ediuieHTy Kopensauii CnipmeHa, nobyaoBa Kopesniorpam
Ta ROC-KpuBux 6ynM nposBeaeHi 3a 4ONOMOrO NiLEeH-
3iMHoro nporpamHoro 3abe3neyeHHa MedCalc18.5.
IHTepnpeTauito  Kopenauii  CnipmeHa nposBoguaun
CNUPAYUCh Ha HacTynHi TBepaKeHHa 0,3-0,4 —cnabka
npama kopensuia, 0,4-0,7 — nomipHa npama Kopenau,ia,
>0,7- cunbHa Npama Kopenawisa.

Pe3ynbTatv AocniaxeHHA Ta ix obroBopeHHs. byno
npoaHani3oBaHO pe3ynbTatM AocnigeHHA 480 cyxmx
NAAM KPOBi MaUieHTIB 3 KaiHiYHUMUK Ta/abo dyHKLiO-
Ha/IbHUMM O3HAKaAMM YParKEHHA MeYiHKM Ta 264 cyxmx
nAAM KpoBi rpynu ocib-pedepeHTiB. byno MnokasaHo,
wo y 300 ocib 3 rpynu nauieHTiB 3 YI (62,5%) piBeHb
cneundiyHnx ana metabonismy nedyiHKM amiHOKMCNoT
(Trpo3uH, meTioHiH) Ta/abo aumnkapHitTuHise (CO, C2, C3,
C16, Cl16:1, C14, C18:1, C18:2) BuxoauB 3a mexi pede-
PEHTHUX 3HayeHb. 3 umx 300 nauieHTiB 25-om ocobam
6yno BctaHoBNeHO giarHo3 CMM, aki copmysanu rpyny
nopisHAHHA. Cepes umnx 25 nauieHTis 6y10 BUSBAEHO ra-
NIaKTO3eMIto Yy WeCTU NALEHTIB, TUPO3UHEMItD Tun | —y
n’aTn, i3onboBaHUl aediumt 3-rigpokcmauun-KoA aeri-

AporeHasu — y Aes’saTn, uMTpyaiHemito Tun | —y ogHo-
ro, y n’aTm — MeTUIMaNoHOBY auMAEMIO Ta Y O4HOro
— mykosicumao3. MNepebir LMx 3axBOpPOBaHb CynpoBo-
LXKYETbCA YPAXKEHHAM MeYiHKM, CMPUYNHEHNUM HaKoMuU-
YEHHAM TOKCUYHMX MeTaboniTiB BHACNiAOK CnaaKoBO
obymoBneHoro cneundiyHoro bioximiyHoro gedekry. B
3a/1eXKHOCTI Big, bioximiyHOro aedeKTy, KoXKHe i3 3a3Ha-
YeHWX 3aXBOPHOBAHb XapaKTepu3yeTbca cneumndiyHnmm
AiarHOCTUYHO 3HAYMMMMM NOKasHUKamu (Tabn. 1).

Y iHWwuMx 275 nauieHTiB, AKIi CKNaANW OCHOBHY rpyny
OOCNIAMeHHs, Byno BMABNEHO HacTynHi 0cobaMBOCTi
npodinto metabonitis: y 54 oci6 byna nigBuLweHa KOH-
LEeHTpaLia TMPo3uHy, y 41 — MmeTioHiHy, y 54 nigBuLeHni
piBeHb aumnkapHiTMHy C3, y 51 niasuweHnin piseHb C2,
y 57- niasuuweHni piseHb CO, y 76 — C14, y 52 — C16:1,
y 63 —C16 1a we y 39 — C14:1 (tabn. 2). Mpuyomy y 236
oci6 6yno BMABAEHO NiABULLEHHS PiBHA ABOX i Hinblie
meTaboniTis.

AHani3 pe3ynbTaTiB BU3HAYEHHS piBHA cneumdiyHmx
ONs nediHkM meTaboniTiB y rpynax nauieHTis 3 nigTeep-
OKeHum aiarHo3om CMM T1a y nauieHTis 3 YI HeAcHOT
eTiosiorii NoKasas, WO PiBEHb TUPO3UHY NIABULLEHUN AK
y MaLieHTIB 3 TMPO3UHeMieto TN | (naToreHeTU4Ho oby-
MOB/IeHe NiABULLEHHA), TaK i y NALLEHTIB 3 rasiakTo3eMi-
€to i y 54 ocib 3 rpynu nauieHTie 3 Y HescHOT eTionorii
(BTOpMHHE nNiABULLEHHA BHACNIAOK TOKCcMYHOro YI).
TaKa ¥ CMTyaLlia CnocTepiraeTbes i 4NA iHWKX meTaboni-
TiB (Tabn. 2). Tomy Hamu 6yn0 NpoaHani3oBaHO CTyNiHb
NiABULLEHHA PiBHA OKpPeMUX MeTaboniTie i meTaboniuHi
npodini y nauieHTis 3 pisHumu CMM, nauieHTis 3 Y1 He-
ACHOI eTionorii i B ocib-pedepeHTiB ANA BUABNEHHS KPK-
Tepiie agndepeHUianbHOi OUIHKM UMX pe3ynbTaTiB, AKi
[,03BO/IATb CKOPOTUTU AiarHOCTUYHUIA MPOLLEC LUISXOM
ONTMMANIbHOMO 3aCTOCYBAaHHA METOAIB NiATBEPAKYOYOI
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Puc. 1. A. 1. ROC-kpuBa KpuTepin iHTepnpeTauii pe3ynbTaTtiB TaHAEMHOI Mac-CNeKTPOMETPIi 3 BUKOPUCTAaHHAM BEPXHbOI MeXKi 3HaYeHHA
TMPO3UHY 149 MKMOAb/N Npu giarHocTuui TMpo3uHemii, 2. ROC-KpuBa KpuTepis iHTepnpeTauii pe3ynbraTtie TaHAEMHOI Mac-CneKTpomeTpii
3 BUKOPUCTAHHAM BEPXHbOI MeXKi 3HaYeHHA TUPO3UHY 312 MKMOAb/ A Npu giarHocTuui TMpo3uHemii. b. [liarpama po3kugy 3HauyeHb
KOHLEHTpaLii TMPO3MHY B CyXMX NASAMaX KPOBi KOHTPO/IbHUX OCi6, NaLiEHTIB 3 TUPO3UHEMIEID, NALLIEHTIB 3 ralakTO3eMi€lo Ta nauieHTis 3 Y.

aiarHoctukm CMM i 6inblu AOCTOBIPHOrO PO3MEXKYBaHHA
NepPBUHHUX | BTOPUHHUX METaboNiUYHUX 3MiH.

Mpn NOPIBHAHHI PO3KMAY 3HAYeHb KOHLEHTpaLii
TUPO3MHY Y CYXMX MAAMAX KPOBi B pPi3HMX rpynax 6yno
BUABNEHO, WO 0bnacTi 3Ha4YeHb B rpyni ocib-pedepeH-
TiB He nepeKkpmBatoTbCcA 3 06/1aCTAMM 3HAYEHb Yy Naui-
€HTIB 3 TMPO3MHeEMI€El0 Ta nauieHTiB 3 YI, nepekpunTTa
cnocrepiranoca nAuwe 3 obnacTio 3HauYeHb Y NaLieHTIB
3 ranakrosemieto. Taki AaHi A03BONAKOTb NPUNYCTUTH,
WO KPWUTMYHE 3HAYeHHA, AKe [03BOJIAE 3anifo3puTH
[iarHos tmposuHemia Tmn | ctaHoBMTbL 312 MKMOb/N
(MiHiManbHe y BUABMEHWUX MALLEHTIB 3 TMPO3MHEMIEID
1N |), NOKA3HWMKKM HUXKYE LAHOTO MOKA3HMKA, AKi 3HAXo-
AATbCA B Mexax Big, 149 a0 312 MKMO/b/N1, BUXOAAYM 3
OTPMMAHUX HaMW pe3ynbTaTiB, CBiA4YaTb NPO BTOPUHHE
NiABULWEHHA TUPO3MHY BHACNIAOK YPaXKeHHA MNeYiHKK
iHLWOI eTionorii, cepen, AKUX MOXKANBUM € AiarHO3 rasiak-
To3emia. ROC-aHani3 NPOrHOCTUYHOI 3HAYYLLLOCTi piBHA
TUPO3NHY ANA AIArHOCTUKM TUPO3MHEMII MOKa3as, WO
3acToCyBaHHA HOBOro pedepeHTHOro 3HaYeHHA KOH-
ueHTpaujii TMpo3nHy (>312 mKMoAnb/n) niasulLye cne-
unoiyHicTb metoay 3 87,1% no 98,3% (puc. 1 B1, 2).
Cnip, 3a3HaunTn, wWo AudepeHuialia TMpPo3nHemii Ta
ranakTosemii anlie no piBHIO TMPO3NHY NpobaemaTny-
Ha. 3 puc. 1 BMAHO, WO MefiaHN 3HaYeHb TUPO3UHY Y
NaL€HTIB 3 UMMM CNAAKOBMMM NATONOTIAMMU NPAKTUYHO

iAeHTUYHI i ctaHoBnaTb 407,69 Ta 416,9 MKmonb/n BiA-
noBigHO, a iXHi 061acTi 3HaYeHb NepPeKkpPUBaOTLCA MiXK
coboto. OagHak ypaxyBaHHA [04aTKOBUX BioXimiuHuMX
MapKepiB A03BOSE BUABUTM NeBHI MeTaboniuHi npoodi-
Ni, AKi MatoTb BIAMIHHOCTI Y NALLIEHTIB 3 TMPO3MHEMIEID
i y naujieHTiB 3 ranakTo3emieto. 3oKkpema, byno BuaABe-
HO, WO Y 5 nauieHTiB 3 TMPO3NHemieto TN | cnocrtepira-
€TbCA TEHAEHLIA 00 3HMXKEHHA KOoHueHTpauii CO Ta xa-
paKTepHa BUCOKa KOHLEHTpaLia TUpo3uHy (6inblue 312
MKMO/b/N), TOAji AK ANA NaUJEHTIB 3 raNakTo3eMielo Xa-
PaKTEPHUM € NiABULLEHHA PiBHA TUPO3MHY binble 149
MKMO/Ib/N Ta iCHYE TEHAEHLA A0 NiABULLEHHA PiBHA
meTioHiHy Ta CO (Tabn. 2). IHTepnpeTaujia pesynbTaTiB
CENIeKTUBHOIO CKPUHIHTY 3 BUKOPUCTAaHHAM TaKMX Npo-
dinis L03BONAE CKOPOTUTU KiNbKICTb HEOBXiAHWUX AoAaT-
KOBMX AOCNIAXKEHb ANA andepeHLianbHOI AiarHOCTUKM
TUPO3UHEMIi TUN | Ta ranakTosemii.

OfHMM 3 HEOAHO3HAYHMX Ta BaXKKUX ANA iHTepnpe-
Tauii MmeTaboniTie, AKUIA OETEKTYETLCA B XO4i CENEeKTUB-
HOTO CKPUHIHIY € NponioHiNKapHiTUH — C3. KoHueHTpa-
Lis AaHoro 6ioxiMiYHOTO MapKepa MOXKe 3pocTaTu, AK
NnepBMHHO NPU METUAMANOoHOBIW auugemii (MMA) Ta
NPOonioHOBIM aumuaemii, Tak i BTOPUHHO MPU BXKMBaHHI
ive POCAUHHOI i, aediumTi BiTamiHy B12 [8].

MegiaHa KoHLeHTpaLii C3 y rpyni NawieHTiB 3 meTua-
Ma/IoHOBOO auuaemMielo ctaHoBUTb 13,37 MKMob/A, a
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2] Ocobu-pedeperTu

O MauieHT 0CHOBHOI
rpynu SOCNIKEeHHA

Nauiesvt 3 MMA

1

Puc. 2. A. 1. ROC-KpuBa KpuTepito iHTepnpeTau,ii pe3ynbTaTiB TaHA4EMHOI Mac-CNeKTPOMETPIii 3 BUKOPUCTAHHAM BEPXHbOI MeXKi 3HaUYeHHA
C3 3,36 MKMOAb/N NpK giarHOCTULLI MEeTUAMANOHOBOT aumnaemii, 2. ROC-KpuBa KpUTepito iHTepnpeTauii pesyabTaTis TaHAEMHOT Mac-
CMEKTPOMETPIi 3 BUKOPUCTAHHAM BEPXHbOI Me3Ki 3HaueHHs C3 6,43 MKMONb/n Npu AiarHoCTULi MeTUAMANOHOBOI aumaemii. b. liarpama
PO3KMAY 3HaYEHb KOHLUeHTpauii C3 B CyXMX NAsiMax KPoBi KOHTPONbHUX OCi6, NaLi€HTIB 3 TMPO3UHEMIEID, NALIEHTIB 3 raflaKTOo3eMmi€lo Ta
nauieHTis 3 YIN.

y nauieHTiB 3 YT HeacHoi eTionorii 4,09 mkmosnb/n (taban.
1). AHani3 po3KkuAay 3HayeHb KoHueHTpauii C3 B cyxux
NAAMaX KPOBi NALIEHTIB 3 METUMANOHOBOK aUMAEMIELD,
nauieHTiB 3 YI Ta rpyni ocib-pedepeHTiB Nokasas, WO
ob6n1acTi 3HaveHb C3 y LMX rpynax He nepekpmBatoTbCA
(puc. 2B) i cTaTUCTMYHO AOCTOBIPHO BiAPI3HAOTLCA 3a
Kputepiem MaHHa-YiTHi (p<0,05). PedepeHTHUIM iHTep-
Ban piBHA C3 y KpoB.i nauieHTis 3 YI ctaHoBuB 1,77-6,43
MKMO/b/A, @ MiHiManbHe 3HayeHHs piBHA C3 y naLjieH-
TiB 3 MMA cTaHOBWMIO 6,8 MKMO/Ib/A. 3 OriAAy Ha TaKi
OaHi MOXHA 3aMpoOMnoOHYBaTW BUKOPUCTAHHA KOHLEHTpa-
uji C3 B cyxmx nasmax Kposi 6,43 MKMO/b//, IK BEPXHIO
Mexy Ana 6inbw cneumdivyHOi Ta TOYHOI AiarHOCTUKM
MMA. ROC-aHani3 nporHoCTMYHOI 3HaYywWwocTi pisHA C3
O1A CENEKTUBHOIO CKPMHIHTY CnagKoBux meTaboniyHmx
3axXBOptOBaHb, 30kpema MMA noKasaB nNigBULLEHHSA
cneumoivHocTi faHoro metoay 3 90,4 1o 94,9% (y ABox
naujienHTiB 3i 3HayeHHAMKM C3, sKi cTaHOBMAM bBinblue
6,43, byB BMABNEHNN aediunT BiTamiHy B12, a He me-
TUIMA/IOHOBA auMaeMmis).

OKpemy rpyny MNAUiEHTIB 3 YParKEHHAMMU MNeYiHKK,
AKi BMMaratTb LWWBUAKOI Ta TOYHOI AiarHOCTUKM CTAHOB-
NATb 0cobu 3 i301b0BaHUM AediuUTOM AOBroNaHLOrO-
BOi -3-rigpokcnaumn-KoA perigporeHasu (O4-3-TAL).
Y nauieHTis 3 A4-3-TALl cnocTtepiratoTb rinorniikemito,
renato-/iEHaNIbHUIMN CUHAPOM, MmeTaboniuHi Kpusu. 3

300 naujeHTiB 3 ypaxkeHHAMM nediHkn y 21 naujieHTa
crnocrepirany NigBULWEHHA KOHLEeHTpaLii ogHoro, ABOX
abo Bcix Tpbox cneyndiuHMUX AN A4AHOTO 3aXBOPHOBAH-
HA auunakapHiTMHIB C160H, C180H Ta C18:10H. OKpim
Toro, y 10 3 21 nauieHTiB cnocTepirany 3HMKEHHA KOH-
ueHTpauii CO Ta y 8 3HMMKEHHA KoHUeHTpau,ii C2. Ana nig-
TBEPAMKEHHA AiarHo3y Hacamnepeg 6yno nopaxoBaHO
cnisBigHoweHHs (C160H+C180H+C18:10H)/C0>0,03,
3anponoHoBaHe Baydakova et al. [9], y 14 3 21 nauieHTiB
CrNocTepiranoch 3Ha4YeHHA TaKoro cnisgBigHoweHHA 6inb-
we 0,03, wo BKasyBano Ha HaAsHicTb A4-3-TAL. OgHak
npu nNpoBeAEeHHI MONEKYNAPHO-TEHETUYHOro A0CAi-
OKeHHA aiarHos A4-3-TA[l 6yno nigTBeparkeHo Hamu
nunwe y 9 nauieHTis, TOX y 5 naujieHTiB 6yn0 BUABAEHO
XMOHO-NO3UTUBHUI pe3ynbTaT [10]. Bpaxosytoun Te, Lo
39 nauyieHTiB y 8 cnocTepiranm 3HMKEHHA NOoKasHMKa C2,
Hamu byno 3anponoHoBaHo cnissigHoweHHA (C160H +
C180H + C18:10H)/(CO + C2)>0,025, sike BpaxoBye no-
Ka3HWK C2 i BiACiKa€e yci XMOHO-NO3UTUBHI pe3ynbTaTy i
[,03BO/IAE NPULLBUALLINTU Yac NPOBEAEHHA AiarHOCTUY-
HOro MpoLecy Ta NOCTAaHOBKW OCTAaTOYHOrO AiarHosy.
CTaTUCTUYHMIA aHanNi3 NOKa3HWKIB MPOrHOCTUYHOI 3Ha-
YYLLOCTi 3anNpPONOHOBAHOIO HamM cniBBigHoOLWeEHHA 6io-
XiMi4HMX Mmapkepis metogom ROC-aHanisy nokasas, WO
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Puc. 3. A. ROC-kpu1Ba KpuTepito iHTepnpeTalii pe3ynbTaTiB TaHAEMHOI Mac-CNeKTPOMeTpii 3 BpaxyBaHHAM CMiBBiAHOLWEHHA
(C160H+C180H+C18:10H)/C0>0,03. 5. ROC-KpUBa KpuTepito 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 CchnocTepiraanch
BiXWM/IEHHA KOHLUEeHTpaLjii meTaboniTis Big pedepeHTHMX
3HayeHb, 6yNnO BMABNEHO XapaKTepHi MmeTaboniuHi
npodini. 3okpema, Npu nNpoBeAeHHI KopensuiiHoro

Puc. 4. Kopenorpama 6ioximiuHUX NOKa3HUKIB y CyXMX NAsAMaX KPOBi NALiEHTIB 3 ypaXKeHHAM NeYiHKu

(A) Ta rpynoto oci6 pedepenrTis (B).

aHanisy y uux nauieHTiB Oyna BMABNEHA CUAbHA 4M
NOMIipHa MNpsAMa 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 BUABIEHO,
WO MiX aMiHOKMC/IOTaMM TUPO3UH Ta METIOHIH i
OOCNIAKYBAaHUMM — aUMIKAPHITUHAMKM  icHYe cnabka
KOpenauia, ofAHaK NPUCYTHA NOMipHa NpAMa Kopenauis
LMX aMiHOKMCOT MixK cOBOI0 NpuY BUCOKIl AOCTOBIPHOCTI
3a KpuTepiem CTiogeHTa p<0,0001. Mpu nigpaxyHKy
TaKoi Kopensauii y rpyni oci6-
pedepeHTiB, byno BuABAEHO
nwe nNoMmipHy Kopensauito
Mi>K NeBHMMM NOKA3HMKaMM,
a came C2, Cl6 T1a C18:1
Ta amiHOKMCNOoTaMum
TUPO3NMHOM Ta METIOHIHOM
(puc. 46). Mpu nopiBHAHHI

umMx npodinie 3 TaKMMMU
X Yy rpynax nauieHTiB
3 ranakTosemieto Ta

TMpo3nHemieto TMn | 6yno
NMOKAa3aHo, O BOHWU JsuLle
YaCTKOBO cniBNagatTb. 30-
Kpema, Kopenauia nokasHu-
ki C2, C18:2, C18:1, C16,
COo, C3 1a C16, C16:1, Cl4 y
NALEHTIB 3 TUPO3UHEMIELID
T1n | Ta ranakTosemieto byna
CUNIbHILWA, aHiXK Y rpyni naui-

€HTiB 3 Y.
3 ornAagy Ha  Taki
pesynbraTty, MOKHa

NPUNYCTUTYU, LLLO NOPYLUEHHA
MeTaboniamy npu ypaskeHHi
neyviHKK CrpuAoTb
NiABULLEHHIO KOHUEHTpauii
AaHUX BioximiuHMX monekys,
AKi B MalbyTHbOMY MOXKYTb
BMKOPWUCTOBYBATUCh, AK
MApKepM MOKPALLEHHA 4un
NOripWEHHA CTaHy MNeYiHKu
y naujieHTis. B nitepatypi Ha
pasi onncaHo, Lo NopyLUeH-
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HA POHOTU MeYiHKM BHACNIAOK renaTuTy, LMPO3y nediH-
KM NPU3BOAMUTL A0 3MiHM MeTabonizamy TMPO3UHY Ta de-
HinanaHiny [5]. B iHWomy gocnigsKeHHi 6yno nokasaHo,
wo C1l6 € MOXKAMBMM MApPKepOM MoripweHHs poboTtu
nedviHku [11]. TakoK 3a TBepaxeHHaAMK Finkelstein J. D.
rinepmeTioHiHeMia Npu renaTuTi YM LMPO3i MOXKe CBia-
UnTK Npo geandepeHLiauio KNiTUH Ta PO3BUTOK Heo-
nAacTMYHKUX npouecis [12].

B nigcymKy BapTO HarosocMTK Ha TOMY, LLO Mpu 3a-

MOXKYTb ByTK AK cneundiyHMMn, obymoBieHMMU nep-
BUHHUM BioximiuHnm gedpexktom CMNM, TaK i BTOPUHHU-
MW, TPAH3UTOPHUMMU, LLO NoTpebye 060B’A3KoBOT Ande-
peHujiau,ii.

2. BMKOPUCTAHHA BEPXHbOI MeXi TUposuHy 312
MKMOJIb/N B CyXMX MAAMax KpoBi npu nabopaTopHili
AiarHocTuui TMpo3uHemii Tun | nigguiLye cneundiyHicts
paHoro metoay 3 87,1 no 98,3%, a BUKOPUCTAHHA BEPX-
Hboi mexi C3 6,43 mKMonb/A npu nabopaTopHii Aja-

CTOCYBaHHi OTPUMAHUX HaMW KpuTepiiB iHTepnpeTauii
pe3ynbTaTiB Ce/IEKTUBHOMO CKPUHIHTY CNaZlkoBUX MOpy-
LWeHb 06MiHY aMiHOKMCNOT Ta aUMIKAPHITUHIB y AiTel 3
ypaxKeHHAM NeYviHKM Ta BU3HAYEeHHsA cneyundivyHoro npo-
binto, AKMIA XapaKTepHUI ANA TaKUX NALEHTIB, MOXHa
NPULWBUALWNTA YAac NOCTAHOBKM MPABU/IbHOTO AiarHo-
3y (TMpo3uHemii TN |, ranakTosemii, MeTUIMaNOHOBOI
aumaemii, isonbosaHoro gediunty O/1-3-TAL) waaxom
ONTMMI3aLii ZiarHOCTUYHOrO Npouecy.

BucHoBKM

1. 3MiHM KOHUEHTpaLii aMiHOKMC/IOT Ta aLUWUIKAPHiI-
TWUHIB, BUAB/NEHI B XOA4i CENEKTUBHOIO CKpUHiHry CrM,

FHOCTULiI MEeTUAMANOHOBOI auuaemii NigsuLLye cneum-
¢iyHicTb faHoro metoay 3 90,4 oo 94,9%.

3. BMKOpUCTaHHA pO3paxyHKy CMiBBigHOLWEHHA
(C160H+ C180H+ C18:10H)/(C0+C2)>0,025 nigBuiLye
cneundivHictb meToay NabopaTopHOI AiarHOCTUKKM i30-
nboBaHoro gediunty A0-3-TAL 3 78,3% o 100%.

MepcnekTuBM NoganblIUX JOCAIAKEHDb. [11aHYyeEMO
6inblu AeTaNbHO BUBYMTHU KNiHIYHY | BioxiMmiuHy XapaKTe-
PUCTMRY rpynu gitei 3 Y HeAcHOro reHesy Aas Nokpa-
WeHHA audepeHLUiiHOi AiarHOCTUKK Lji€i reTeporeHHol
naTonorii i NoKpaweHHA suasneHHA CMM.
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KPUTEPIT AUDEPEHLIALLIT MEPBUHHUX TA BTOPUHHWUX 3MIH KOHLLEHTPALLIT AMIHOKUC/IOT TA ALUIKAP-
HITUHIB, BUABNEHWUX Y XOAI CENEKTUBHOIO CKPUHIHTY CNAAKOBUX MOPYLLEHb METABONI3MY Y AITEN 3
YPAXKEHHAM NEYIHKU

BapsiHcbKa O. H0., OnbxoBuu H. B., lopoBeHko H. I

Pe3stome. B pe3ynbTaTti CeIEKTUBHOMO CKPMHIHTY CMagKoBUX XBOPOO 06MiHY aMiHOKMCIOT Ta aLM/IKapHITUHIB 33
7 pokiB 6yno suasneHo 480 NauieHTIB 3 ypaXKeHHAMM NediHKK pisHOi cumnTomaTuku. Cepes, Aknx 6yno BuasneHo
6 MaLi€eHTIB 3 ranakTo3emieto, 5 3 TMpo3nHemieto, 1 3 ymutpyniHemieto Tmn |, 1 3 myKoBicungosom, 5 3 metunma-
JIOHOBOK auuMAaemieto Ta we 9 — 3 isonboBaHMm gediuntom O/1-3-TALl. B pe3ynbtaTi NpoBeAEHOro AOCNIANKEHHA
byno BuABneHo npodini aMiHOKUCAOT Ta auUAKapHITUHIB cneumdivHi aAna nayieHTis 3 VI, a came C2, C18:2, C18:1,
C16, CO ta C3, a Takoxk C16, C16:1 ta C1l4. OnAa onTumisauii iHTepnpeTauii pe3ynbTaTiB CeNEKTUBHOIO CKPUHIHTY
nauieHTis 3 YN HeAcHOro reHesy, 6y/10 3aNpoONoOHOBaHO BUKOPMCTOBYBATM KOHLLEHTPALLiH0 TUPO3MHY >312 MKMOAb/A,
AK BEPXHIO MEXKY ANA AiarHOCTUKM TUpPO3MHeMii T1n |, Wwo niasuiLye cneundidyHicte metoay giarHocTkum 3 87,1%
00 98,3%, KOHLEHTpaLito TMPO3uHY Big 149 ao 312 MKMOAb/N NpK iHWMKX NATONOTIAX NEYiHKKM, KoHueHTpauio C3
>6,43 MKMO/b/N AN AiarHOCTUKN METUIMANOHOBOI aumaemii, o niasuuiye cneundiyHictb giarHoctnkn MMA 3
90,4% 00 94,9%, a TaKOX BMKOPMUCTaHHA cnisBigHoweHHA (C160H+ C180H+ C18:10H)/(C0+C2)>0,025 niasuuiye
cneundiyHicTb MeToay AiarHoCTUKK isonbosaHoro aediunty O1-3-TAL 3 78,3% n0 100,0%. Taki 3axo4mM A0NOMOXKYTb
NPULWBUALINTI Yac NPOBEAEHHA AiarHOCTUYHOIO NPOLECY Ta NMOCTAHOBKM OCTAaTOYHOrO AiarHosy, Wwo € 0cobanso
HeobXiAHUM ANA NALIEHTIB 3 ypaXKeHHAM NeYiHKK.

KnouoBi cnoBa: ypaskeHHA NeviHKkuM y Aiteit, cnagKkosi NopyLeHHA 06MiHy aMiHOKMUCAOT Ta auUAKapHITUHIB.
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KPUTEPUN OUODEPEHLMALMN NEPBUYHBIX U BTOPUYHBIX U3MEHEHWUIA KOHLLEHTPALMWU AMWUHOKUC-
NOT U AUUNKAPHUTUHOB, BbIAB/IEHHbIX B XOAE CENEKTUBHOIO CKPUHUHIA HACNEACTBEHHbIX HAPYLLIE-
HWUA METABOJIN3MA Y IETEM C MOPAXKEHWUEM MEYEHU

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

Pe3tome. B pesynbrate ceNeKTUBHOIO CKPUHWHIA HacneAcTBEeHHbIX 6ones3Hen obmeHa aMUHOKUCAOT U auun-
KapHWUTMHOB 3a 7 neT 6bin0 BbiABAeHO 480 naumeHToB C NopaxkeHusamu nedenu (M) pasAMUYHON CUMNTOMATUKM.
Cpeam KoTopbIX O6bl/10 BbISIBIEHO 6 NALMEHTOB C rasiakToseMunen, 5 ¢ TMposnHemmeii 1-ro Tmna, 1 ¢ yuTpyIMHemmnen
1-ro Tvna, 1- ¢ MyKoBMCLMAO30M, 5 C MeTUAIManoHoBOM auuaemment 1 ewe 9 — ¢ U30IMPOBaHHbIM AedULUTOM
ON-3-TAL. B pe3ynbtaTe NpoBeAeHHOr0 Uccies0BaHMA 6b110 BbISBEHO NPOdUAN aMUHOKUCAOT U aUUIKapHUTH-
HOB cneundunyeckne ansa naumenTos c MM, a umeHHo C2, C18:2, C18:1, C16, CO n C3, a Takxke C16, C16:1 n C14.
[Ons onTMMmU3aLmMm MHTEPNPETALLMWN PE3YIbTAaTOB CEIEKTUBHOMO CKPUHMHIA NauneHToB ¢ MM HescHoro reHesa, 6b110
NpeanoXKeHOo UCMOo/b30BaTb KOHLUEHTPALMIO TUPO3UHA> 312 MKMOAb/N, Kak BEPXHIOW rpaHuLy A1A AUarHOCTUKU
TUPO3MHEMUM 1-ro TMNa, YTO NOBbIWAET cneuMPUYHOCTb MeToAa AMArHOCTUKN ¢ 87,1% no 98,3%, KOHLEHTpauuio
C3> 6,43 MKMO/Ib/N ANA ANArHOCTUKU METUAMANOHOBOM aunaemumn (MMA), 4To nosbiwaeT cneumdUUYHOCTb anar-
HocTMKM MMA ¢ 90,4% 00 94,9%, a Tak»Ke Ucnonb3osaHuna cooTHoweHus (C160H + C180H + C18: 10H) / (CO + C2)>
0,025 nosblwaeT cneundrUUYHOCTb METOAA AMATHOCTUKM M30MpoBaHHoro aebuunta AN-3-TAL ¢ 78,3% no 100,0%.
Takne mepbl MOMOTYT YCKOPUTb BPEMA NPOBEAEHUA AMArHOCTUYECKOro NPOLLecca M NOCTAHOBKM OKOHYaTE/IbHOTO
AMarHosa, 4To 0cobeHHO HeObXOAMMO ANA NALUEHTOB C MOPAXKEHUEM MEYEHMU.

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

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 O., 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 pumol/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 umol/l 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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