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PE3IOME

Llesib uccnenoBanust: u3yyumMe IPPEKMUBHOCNb U NEPEHOCUMOCb CNEYUANU3UPO8AHHO20 NPOOYKMA OUEMUHECKO20 N1e4e0H020 NUMAaHUsl
npu HapyweHusx 0OMeHa HCUPHbIX KUCTOM C ONUHHOU U 04eHb OUHHOU Y2aepoOHOl yensio Yy demell.

Marepuan u MeTozbl: NPO6EOCHO OMKPbINOE NPOCNEKMUBHOE HEKOHMPOUpyemoe ucciedosanue. B uccredosanue exnoensl 5 nayuen-
moe 6 8o3pacme 35+ 14 mec. ¢ YcmaHoBIEHHbIM OUAZHO30M «HAPYWEHUE OOMEHA HCUPHBIX KUCAOM C OUHHOU U O4€Hb OIUHHOU YeaepoOHOLl
yenvto». Hasnauerue u Koppekyuro ouemomepanuu ¢ Ucnons306aruem ucciedyemozo npooykma (MI1) «<Morozen» nposoouniu nocie ananusa
pakmuyeckozo numarus. Onpedenanu gusuyeckoe pazsumue, OUHAMUKY HEBPOJIO2UHECKO20 CMAMYCa, YposHU Cheyu@uiecKkux ayuikapHu-
muHos 8 kposu (C16-OH, C18-OH, C18:1-OH, C14:1, C14). [Iepenocumocme npoOykma oyeHusanu no 4acmome u maxcecmu Hexceaames-
HbIX 516J1EHULl, 8 M. 4. QJJIep2UHeCKUX peakyutl, a makjce Haau4uio USMEHEHUl nokasamenell HCUZHEHHO 8AXNCHbIX PYHKYUL 8 CPABHEHUU C UC-
X0O0HbIM yposHeM. C NOMOWbIO AHKeMbl AHAIU3UPOBANU YO081IeMBOPEHHOCMb 8PAYOM U poOUmesIaIMU NayUueHmos nposoouMoli mepanueti.
Pesynbrarbl MccienoBaHust: Ha npomsicenuu 6ce2o uccanedosanus (30+2 o0ns) éce nayuenmo! ycnewHo npunumanu M «Monozen». Bo ecex
CNYHasnX YposeHb QuUKAPHUMUHOE HAX00UJICS 8 Npedesiax HOPMAJbHbIX 3Havenull. JJucnencuieckux seneHull, aniepauieckux peakyut, us-
MEHEHULi 8 COMAMUYECKOM U HEBPOJI02UHECKOM cmamyce 8 Xo0e Ucc1e0068anus He 3apeaucmpuposato. Pusutieckoe passumue oemeli coom-
8emcimeo8ao HOPMAaNbHbIM CPEOHEBO3PACHbLIM 3HAa4eHUSM. Podumenu demeil u 8payu Oblnu NOIHOCMbIO YOOBAEMBOPEHbI PE3YIbMAMOM
npumenenus UIT «MoHozen».

3axioueHue: 8 pesybmame nposedeHHol pabomsl NOKA3AHA 8bICOKAS KAUHUYECKas a¢pekmusrocmy UIT «Motozen» 0ns duemudecko2o
J1e4ebH020 nUMAaHus demeli C HAPYWEHUAMU 0OMEHA HCUPHBIX KUCAOM C OMUHHOU U 04eHb ONUHHOL Y2nepoOHOL! Yensio.

K/TKOUEBDBIE CJIOBA: Hapywenus okucaeHus OnUuHHOUEN04e HbIX HCUPHbIX KUCA0m, [3-OKUCAEHUE HCUPHBIX Kucaom, deguyum ayun-KoA-oe-
2u0po2eHassl, OUANENbHAS MYMAYUS, AYUIKADHUMUHbL, 1e4e0H0e NUMAaHue.
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ABSTRACT

Aim: to assess the efficacy and tolerability of a specialized dietary therapeutic product in long-chain and very long-chain fatty acid metabolism
disorders in children.

Patients and Methods: this open-label prospective uncontrolled study enrolled 5 children aged 35 = 14 months who were diagnosed with long-
chain and very long-chain fatty acid metab-olism disorders. Diet therapy using the tested product (“Monogen” ) was prescribed and corrected
after the analysis of actual diet. Physical development and neurological status were evaluated, blood levels of specific acyl-carnitines (C16-OH,
C18-OH, C18:1-OH, C14:1, C14) were measured. Tolerability was assessed by the rate and severity of adverse events (including allergic
reactions) and the changes in vital functions compared to baseline. Patient and doctor satisfaction was evaluated using a questionnaire.
Results: children received the tested product throughout the study (30+2 days). The lev-els of acyl-carnitines were within normal ranges in
all children. No dyspepsia, allergic reactions, somatic dysfunction, or neurological deviations were reported. Physical exam consistently fell
in the range of normal for age. Parents and doctors were fully satisfied with the tested product (“Monogen” ).

Conclusions: “Monogen” is highly effective for therapeutic feeding of children with long-chain and very long-chain fatty acid metabolism
disorders.
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Meaunarpus

BBENEHUE

HacnencreenHble HapylleHHs OKUCIIEHUS SKUPHBIX KUCJIOT
(MKB-10: E71.3) — rpynna HacneAcTBeHHbIX (epMeHTONaTHi,
00YCIIOBJIEHHBIX OMassIeNlbHBIMK MYTaLKMsSMU B FeHaX, KOZM-
PYIOLLMX 3H3MMbl KacKaZa MUTOXOHAPHUAJIbHOTO [3-OKHCTIe-
HUS KMPHBIX KUCIIOT. KnnHnueckue nposiBiexus 3a6oneBaHmit
3TOi1 Ipynmnbl KpaiiHe BaprabenbHbl. C TOUKM 3peHus naTore-
He3a HeZloCTaTOuHas! MPOAYKLMSI KETOHOBBIX TeJl B COYETaHNUU
C MHrMOMPOBAHNEM IJIIOKOHEOreHe3a, 13-3a HU3KOTO YPOBHSI
aunn-KoA, Bo BpeMst KaTaboJIM4eCKMX COCTOSIHMIA (rosiofaHie,
MHpEKLUMN U T. I.) MOXEeT BbI3blBaTb TUIHMYHblE MPOSIBIIEHNS
B BUZIE TMITOKETOTUYECKO I'MIOrTIMKEMHUH, CONIPOBOKIAOLLIEN -
Csl CUMNTOMAaMM TEUeHOYHOM HeNOCTaTOYHOCTH M TUIepaM-
MoHuemueii. [leGroT 3aboneBanys, Kak MpaBUiIo, MPOUCXOAHT
B N03HeM MilafieHuecTBe. HakonneHue TOKCHUHBIX IJIMHHO-
LIEMOYeYHbIX aLUIKAPHATMHOB, OCOOEHHO MpH HapyLIEHHSIX
OKMCJIEHMS! JUTMHHOLLENOYEYHbIX SKMPHBIX KUCJIOT, MOXKET Bbl-
3BaTb TSDKeNblii HEOHATallbHbII JIaKTAaT-aUuKA03, KapaAMOMHUO-
natuio M renaronatuio. bonee msrkue ¢popmsl MoryT nebro-
THPOBAaTh B MO3IHEM BO3pacTe MaTOJIOrMeil CKeJIETHbIX MBILLLY
B BUI€ MbILIEYHOM c11aboCTH, 601eii U peLnauBrpyIoLiero pad-
nomuonusa [1].

K 3a6orneBaHusIM ¢ HapyleHNEM OKHUCIIEHHS SKMPHBIX KHUC-
JIOT OTHOCST PSiZl PEAKUX HO30JI0rMUecKux $popM (MX 4acToTa
cocrasiisier oT 1-9:100 000 no 1:1 000 000 HOBOPOKIEHHBIX):

— Jeduuut auun-KoA-nmeruaporeHasbl >KMPHbIX KUCIOT
C InMHHOM yrneponHoit Lenbio (deficiency of long-
chain 3-hydroxyl-CoA dehydrogenase, LCHAD) —
HACJIeCTBEHHOE ayTOCOMHO-pPeLieCCHBHOe 3a00J1eBa-
He, 00y CIIOB/IEHHOE OMallIeNIbHBIMU MYTaLMSIMH B FeHe
HADHA, xapakrtepusyoLieecsl paHHei KapAuoMKOIa-
THUEM, TUIIoIIMKeMUeN, HeiiponaTiei, MMrMeHTHO Jie-
reHepauuen cer4aTku 1, MHOra, BHE3alHOM CMePTbIO;

— HEJOCTaTOYHOCTb MUTOXOHAPHUAIBLHOTO TPUQPYHKLHO-
HanbHoro Oenka (mitochondrial trifunctional protein
deficiency, MTPD) — ayrocomHo-peLieccuBHOe 3a60-
7eBaHue, 00YCIIOBJIEHHOe OMaslIeNIbHbIMU MyTaLMsIMU
B reHax HADHA v HADHB. BblienstoT cieayoLLue Kin-
Huueckre (GOpMbl: HEOHATaJbHYK KapAMOMMOMaTHye-
CKYI0, HEOHATAJIbHYIO C MOPaXeHUEM MeUeHU U JIETKYIO
C MOo31HeNn Maan])eCTauMeﬁ Y IPeUMyILIeCTBEHHbIM 10-
PaXeHMEM CKeJIeTHbIX MbILILL;

— npebuumt aumn-KoA-gernaporeHasbl SKUPHbIX KUCJIOT
C OueHb JUIMHHON yrnepoxHoit uenbto (deficiency of
very long-chain acyl-CoA dehydrogenase, VLCAD) —
penKoe HaclenCTBEHHOe ayTOCOMHO-peLieCCUBHOe 3a-
OoneBanue, o0ycnosneHHoe mytauusmu resa ACADVL.
KnuHuueckn 3To 3aboseBaHME MOXHO —Ppa3feNuTh
Ha 3 ¢opmbl: 1) TsKenylo paHHIOI (OPMY C BbICO-
KOM 4acTOTO¥M KapAMOMMOINATUKU U BbICOKOW CMEPTHO-
CTbIO; 2) TPOMESKYTOUHYIO GOPMY C HAuaJIOM B IETCKOM
BO3pacTe, 00bIYHO C TUIIOKETOTHYECKOi TMITOTTIMKEMUei
1 Goree 61aronpUATHBIM UCXOZOM; 3) B3POCIIYIO MUO-
naTUYecKylo (popMy C M30JIMPOBAHHBIM MOPa’KeHUEM
CKeJIETHBIX MBILLIL, paGZOMHOIIM30M 1 MHOMIOOUHYPH-
eif, KoTopast HabmoaaeTcs nocse GpU3nuecKkoil Harpy3Ku
WITH TOJIOZLaHMS;

— neduUMT KapHUTHH-Nanbmuronntpancgepasbt I, 11 (car-
nitine palmitoyltransferase I, Il deficiency, CPT I, II) —
ayTOCOMHO-peLleCCHBHble 3a00sieBaHMsl, OOYCIIOBIIEH-
Hble OuasiebHbIMU mytauusiMu B reHax CPTI u CPTII.
Boinensior reHepann3oBaHHYO0 MyafeHYeCKylo U Mbl-
weuHyto ¢opMbl. [eHepanusoBaHHas MiafeHUecKas

dopma nebloTHpyeT B HEOHATalbHOM INepHofe W
Ha MepBOM rofly KM3HH. Y GOJIbHBIX C JIETAJIbHO Heo-
HaTanbHOIl (OPMOIT HabJMIONAIOTCS  pecnupaTopPHbIi
JUCTPEeCC-CUHIPOM, KapAuMOMerajus, rernaroMeraius,
TMeyeHOUHasl HelOCTaTOUHOCTb. MblileyHast popma Ma-
HUeCTHPYET NPUCTYIaMM MBILLIEYHbIX 0OJIei, MblLLIey-
HO#1 c1aboCTH ¥ MUOTTIOOMHYpHEN Kak peakLyeit Ha u-
3MUYECKYIO HarpysKy;

— neduuut KapHUTUH-aLUMIKaPHUTUHTPAHCIIOKA-
3bl  (carnitine-acylcarnitine translocase deficiency,
CACTD) — ayTocOMHO-peLiecCHBHOe 3aboeBaHue,

00yCnoB/IeHHOE OMasIeNbHBIMK MyTalUMsSIMU B TeHe
SLC25A20. KnuHuueckue CHMMNTOMbI 3a00JeBaHMs
BKJIIOYAIOT HEBPOJIOTMUYECKUEe HapYLLEeHNs], KapAUOMUO-
naTUIO, HapylleHWe CepAeuyHoro pUTMa, MHOMATHIO
¥ renaronatuio. J1e6or 3aboneBaHus PUXOUTCS, Kak
MpaBUJIO, HA HEOHATAJIbHBII BO3PACT C OBICTPO Nporpec-
CHPYIOLLMM YXyALIEeHMeM COCTOSIHUS U BbICOKOI CMepT-
HOCTbIO. Peniko BcTpeuatoTcs Gonee mosjHMe, MsTKHe
KJIMHUYeckue popmbl [2].

OCHOBHbIMM ~ MeTOZaMK  JIabOPaTOPHOI  AMArHOCTHKU
3THX 3a00J1eBaHMii ABMSIOTCS HU3MKO-XMMHYECKUE: TaHEeM-
Hast Macc-crnekrpometpust (MC/MC) ¢ onpenieneHneM ypoBHst
crielnpUIecKnX aluMIKapHUTHHOB 1 OOLLEro KApHUTHHA, a Tak-
’Ke razoBast xpomarorpagusi MOUH C ornpezesieHneM B Hell KOH-
LIeHTpaLKy JUKapOOHOBbIX KUCIOT [1, 3].

Jln1st mopTBEPKAEHNS] IMarHo3a U NPOBeNeH!s MeJIUKO-Te-
HETUYECKOr0 KOHCYJIbTUPOBAHMS! BbIMOJIHSIETCS MOJIEKYJsIp-
HO-TeHEeTHYeCKOe UCCIIeJOBaHKe.

Tepanust MaLMEHTOB C HAaCJIeACTBEHHbIM HapylleHneM 00-
MEHa >KMPHBIX KUCJIOT C ITIMHHOM U O4€eHb JINIMHHOM YIIepOIHOM
LieMbl0 HOCUT KOMIIJIEKCHbIF XapakTep. OHa OCHOBaHa, Iy1aB-
HbIM 00pa3oM, Ha KOPPEeKLMH MeTaboINYecKMX HapyLueHuit
C MOMOLLIbIO AMeTbL. BaxkHoit 3amaueii aueToTepanyu sSIBASIOTCS
npodunakTUKa rojofanus, NpenynpexaeHue TUIorMKeMUN
Y MMHMMAJIbHO J0MYCTMMOE CHUXKEHUE MOCTYIJIeHHS C MULLei
MaTOreHeTU4eCcK! 3HaYMMbIX KUPHBIX KUCJIOT (B JaHHOM CJIy-
4ae >KUPHbIX KUCJIOT C AJIMHHOM U OYeHb JJIMHHOM YIJIepOIHOM
LIeMbl0) U UX UCTOYHUKOB [1, 3, 4].

Bcem maumeHTaM He3aBHMCMMO OT BO3pacTa HeoOXOOMM
MHIMBUAYasbHbI DPALMOH, >KeJaTelbHO C MCMOJb30BaHWEM
CHeLMaM3UpPOBaHHbIX CMeCell C JKUPOBbIM KOMIOHEHTOM,
NpefcTaBeHHbIM — CpelHeLeNovYeyHbIMA  TPUITIHLIEPUAAMH,
B T. 4. MpoayKT «MoHoren» [4].

Wccnenyembrit nponykt (M) «MoHoren» npenHasHaueH
A7151 AMETHUYECKOTo JIeueOHOro MUTaHMsI PY HApYLLIEHUSIX, Tpe-
OyIOLMX CHIKEHUsS! MOTPeOsIeHnsl ATMHHOLENOYEUYHbIX TPH-
rmvuepunos (JLT) v Bbicokoro ypoBHsi notpebnenust cpen-
HeuenoueuHblx TpuruuepunoB (CLIT), Takux Kak nedekTbl
OKHCJIEHHS! AJIMHHOLIENIOYEUHbIX KUPHbBIX KUCJIOT: HEAOCTATO-
HOCTb JUIMHHOLIENOYe4HO aLui-KoA-ernaporenasbl sKUPHbIX
kucnot (LCHAD), HenocTaTouHOCTb MUTOXOHIPHATIbHOTO TPU-
¢yHKuMoHanbHOro Genka (MTPD), HemocCTaTOYHOCTb OYeHb
IJIMHHOLIeNoYeuHoi aumnn-KoA-zeruaporenasbl KUPHBIX KHC-
not (VLCAD), nepuuut KapHUTHMH-NANIbMUTOMITPAHCHepasbl
I, I1(CPT I, I), nedpuumnT KapHUTHH-aLMIKAPHUTUHTPAHCIIOKA3bI
(CACT).

[Iponykr «MoHoren» — mMOJHOLEHHAs MO COCTABY Cy-
Xast CMeCb, COZiepsKalliasi ChIBOPOTOYHbIE OENIKH, C HU3KUM CO-
nepxanurem JILIT 1 BbIcOKMM coziep>kaHieM cpefiHeLienoyey-
HBIX TPUIJIMLIEPUIIOB.

Lenp uccnenoBanus: oueHNTb 3PPEKTUBHOCTb U Nepe-
HOCUMOCTb CMeLHann3MpPOBaHHOTO MPOAYKTA JUETUYECKOTO
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neue6HOro nutaHus «MoHOreH» NMpU HapylleHusx obme-
Ha SKUPHbIX KUCJIOT C AJIMHHOM ¥ OU€Hb JJIMHHOM YIJIepOJHOM
LIeMbIO Y JeTeil.

MATEPYAJ U METO/IbI

Ha 6aze ®I'BHY «MI'HLl» B aMOynaTOpHBIX YCIOBUSIX TPO-
BeJIEHO OTKPbITOE MPOCIEKTHBHOE HEKOHTPOJIMPYEMOE HCCTle-
TIOBaHME.

B uccnenosanne BKIOYEHbI 5 1€BOYEK C MOATBEPIKIEH-
HbIM JIMarHo30M <«HapylleHWe MUTOXOHIPHUAIbHOrO [3-OKMC-
JIEHUS! SKUPHBIX KUCTIOT». Y OZIHO! IEBOYKM JIMarHOCTMPOBaH
Jeduuut aumi-KoA-gernaporenasbl JKUPHbIX KUCJIOT C OYeHb
ANVMHHOM YITIepOIHON Lienblo, OOYCIIOBIEHHbI Ouasiens-
HbIMK MyTauusimu B reHe ACADVL, y uetbipex — pepuuut
aumn-KoA-zneruaporeHasbl sKMPHbIX KUCJIOT C AJIMHHON Yryle-
POZHOI Lienbio, 00YCIIOBIEHHbI OMaeNbHbIMUA MyTaLMSIMK
B rene HADHA.

Ponurenn unu nHble 3aKOHHblE MPEACTaBUTENM JeTelt mpe-
JOCTaBWJIM MMCbMeHHOe HH(POPMUPOBAHHOE COTTIacHe Ha yua-
CTH€ B HCCIIEIOBAHMUH.

BospacT nereit Ha MOMEHT BKJIIOUEHMS] B HCCTeNOBa-
HUe B cpenHeM coctaBua 3514 mec. (ot 14 mo 49 mec.).
Ponunuch noHOLIEHHBIMM 4eTblpe NEeBOYKM, OfHA JeBOu-
Ka ponunach Ha cpoke 30 Hell. ¢ aHTPONOMETPUYECKUMMU T10-
KasaTessIMH, COOTBETCTBYIOLIMMM TeCTAaLMOHHOMY BO3pacTy.
CpenHsist Macca AOHOLLEHHbIX [leTeli NP1 POXKIAEeHNH COCTaBUa
2840+417 r, anuna Tena — 48+2,38 cm. [lepBble NpU3HaKK 3a-
OoneBaHKsl y IBOMX JieTell MOSBUIIUCH B MEPBble CYTKU KU3HH,
ele y 1BoMX — B 7 Mec. OnHO# IeBOYKe JUarHo3 yCTaHOBJIeH
Ha OOKJIMHUYECKUI CTaiuu MO pe3yibraTaM pacllMpeHHOro
HeoHaTaJIbHOrO CKpMHMHra, poBofrMoro B . Mockse. Cpenu
CMMITOMOB 3a00JIeBaHKsI OTMEYaINCh TPYIHOCTH BCKAPMIIH-
Banus (n=1), MplieuHas runotouus (n=1), cynoporu (n=2),
neraprust (n=2) BIUIOTb 10 KoMbl (n=1), runornmkemus (n=4).
CHIKeHHe YPOBHS ITIIOKO3bl KPOBM ObIJIO BbIPaKEHHBIM —
10 0,5+0,12 mmonb/n (Hopma 3,3—5,5 MMorb/11). Y ofiHOTO pe-
OeHKa IMarHoCTUPOBaHa KapAMOMUONATHSI.

I[lpn npoeenennn MC/MC BbISIBIEHO MOBbILIEHUE YPOB-
HS creundUUecKUX aLUWJIKAPHUTMHOB: Yy ueTblpex JeTeil
¢ nedpuuuroM auun-KoA-gernaporenasbl SKUPHbIX KUCTIOT
C IUIMHHOW YI/eponHoi uemnbio Obiiu nosbitieHbl: C16-OH
no 0,65+0,45 mxM/n (nopma 0-0,18 mxM/n), C18-OH
1o 0,64+0,47 mxM/n (Hopma 0-0,18 mxM/n) n C18:1-OH
no 0,88+0,41 mxM/n (nopma 0-0,18 mMxM/n). YV pebetka
¢ peduuurom aumnn-KoA-mernaporeHasbl SKMPHBIX KHCTIOT
C OU€eHb JJIMHHOM YIJIEPOLHOIA LIEMbIO ObLIO MOBBILLIEHO COEp-
skanue C14:1 go 2,806 mxM/n (Hopma 0—0,41 mxM/n) u C14
1o 1,19 mxM/n (Hopma 0-0,515 mxM/n).

Jlnaruo3 fietsiM Obly yCTAHOBJIEH B KOPOTKKUE CPOKH, B Cpel-
HeM He Goriee 3 Hell. MOCJIe NOsIBJIeHNs] CUMITOMOB 3a00J1eBa-
HUSI, U MOATBEPKIEH MOJIEKYJISIPHO-TeHEeTUIEeCKUM MEeTOJOM.
[MaTorexernyeckasi Tepanusi Oblyia Hauara cpasy nocse ycra-
HOBJIEHNSI IMArHO3a.

Ins ouenku sddexrusnoctn UIl onpenpensiu ypoBHH
crelprUUeckux auMIKapHUTMHOB B KpoBU. OLieHKa nepeHo-
CHMOCTH OCHOBBIBAJIaCb Ha 4acTOTe U TSDKECTH pa3BMUBLLMXCS
B XOJle WCCJIE[IOBAHUSI HEXKeNaTeNbHbIX SIBJIEHUH, B T. 4. aj-
JIEPrUYecKUX peakliyii, a Takske HAJMMYMK U3MEHEHHI1 MoKasa-
Tesel KU3HEHHO BakHbIX (PYHKLMI B CPAaBHEHUH C UCXOIHbIM
ypOBHEM. AHanu3upoBanach YAOBJIETBOPEHHOCTb BpauoM
Y POIMTENIIMU NMaLMEHTOB NPOBOANMOM TEPAINKUEN C MOMOLLbIO
AHKETUPOBAHMSI.

InutenpHOCTb MccnenoBanus cocraBuna 30+2 nHs, 3a 3TO
BpeMst ObIJIO MPenyCMOTPEHO [Ba BU3UTA K Bpauy-HCCeno-
BaTeJlo: BUBUT 1 — BKJIIOUEHME B UCCIIe[lOBaHNUe; BUSUT 2 —
uyepe3 30 nHeil (OOMOJHMTENbHbIE BHU3WUTHl HA3HAYaJNCh
o nokasaHusM). B xone BusuTOB mpoBoamnu c6op MHGOP-
Mauuu (kanoObl, aHaMHe3, NaHHble (PU3MKAIBHOTO OCMOTpPA
C OLEHKOH (U3NUECKOro pasBUTHS, aHAIU3 MENMLIMHCKOM
IOKYMEeHTaLMH), a Takxe Onpelesisijii ypoBeHb alUIKapHU-
THHOB B KPOBH.

C6op 1 aHanu3 skanob, aHaMHe3a SKM3HW W 3aboseBaHus
TNPOBOJIWJIM My TEM HEeroCpPeICTBEHHOTO ONPOCa NaLMeHTOB U
UX pozuTerieil, U3yueHus MeJULMHCKON JOKyMeHTaUunuu (MCTo-
puit 6o7ne3Hy, amOyIaTopHbIX KapT 1 1p.). OLeHKa coMarnye-
CKOTO CTaTyca BKJIouana B cebst OCMOTp C aHaJM30M OO0LIero
COCTOSIHMSI M CAMOUYBCTBHSI MALMEHTOB, COCTOSIHUS CIM3UCTO-
ro 1 KOXXHOTO NMOKPOBOB, (PyHKLMIi OTAEJIbHbIX OPIraHOB U CU-
CTeM: CepJIe4HO-COCYAUCTOM, JibiXaTeIbHOM, MOYEBbIBOJSLLEH,
KeJyA0YHO-KUILIEUHOro TpakTa 1 p. OLeHuBany Hannuue/oT-
CYTCTBME IUCTIENICUYECKUX SIBJIEHUH, aniepruiyeckux peaxLmi,
0TKa30B oT yrnoTpebnenns UI.

AHanus pU3M4IeCKOro pasBUTHSI MPOBOAMIM C UCMOJb30-
BaHueM mozyieit nporpaMmmbl WHO Anthroplus 2009 na oc-
HOBaHMM OLIEHKM aHTPONOMETPUYECKMX MoKasaresiei, Macchl
Y IJIMHBI Tejla, KOTOpble M3MepsUIU C MOMOLLbIO CTaHAAPTU-
3MpOBAHHBIX 3JIEKTPOHHBIX BECOB U pocTomepoB. [lokasare-
71 Z-scores MacChl Tesia K BO3pacTy, IJIMHbI Tesla K BO3pacTy
OLIeHMBAJIM NIepezi Ha4aloM IMeTUYeCKOro JiedeHusl M Ha poHe
auernyeckoro siedenust I Ouenka ¢usnueckoro pasButus
HabJojaeMbIX NaLeHTOB 0a3upoBanach Ha JUArHOCTHKe
OTKJIOHEHHMI1 BEeJIMYMH AHTPONOMETPUYECKUX IOKa3aTesei
OT MeJMaHbl CTaHAAPTHO! monynsiuumn (Z-scores). CornacHo
crangapraMm WHO Anthroplus 2009 cpenneBospacTHbIMK
riokasaresisiMi Z-score Macchbl M AJIMHbI TeJla CUMTAJM TOKa-
3atenu B npegenax +2SD (standard deviation — cranpaprhoe
OTKJIOHEHUE).

OLeHKy HeBpOJIOTMYECKOro CTaTyca M MCUXOMOTOPHO-
ro pasBMTHS BBIMOJIHSIIM 110 MeTOAMKAM, UCMOJIb3yeMbIM sl
ornpezesneHysl YPOBHSI SMOLIMOHAIBHOTO, MCUXUYECKOro, Mo-
TOPHOTO, pEeUeBOro Pa3BUTUS JeTeit [5].

Hlersim npu nepBoM Busute Obu1 Bbinad UIT B konmuecTse,
HeoOX0MMOM Ha BeCb Neproj UCCTe0BaHMS.

Pacuer nuTaHus OCyLIECTBJISUIM B COOTBETCTBUM C KIIU-
HUYECKUMMH pekomeHnauusMu Munsnpasa Poccun [4]. Ins
HasHaueHusl U KOpPeKLUMU AWeToTepanuy NpoBOAWIM aHaIN3
(daKTUUecKOro MUTaHMsl, BKIIOYAsl PesKUM MUTaHUsl, Pa3oBblit
1 CYTOUHBII1 00'beM, XapaKTePUCTHKY CbefeHHOM muiun. Oue-
HMBAJIM MHLLEBYIO LIEHHOCTb JieueOHbIX PALIMOHOB C MOLCYETOM
OCHOBHBIX HyTPUEHTOB (6eJIKOB, KMPOB U yriieBoaoB). CpaBHe-
Hue npoBoauay ¢ Hopmamu ¢usnonornueckux notpebHocTed
B SHEpryy U MULLEBbIX BElLeCTBAaX JJIs1 Pa3/IMUHbIX PYIII Hace-
nenus Poccuiickoit Genepauym.

Onpenenenve ypoBHeii crieurdUUECcKUX aLUIKapHUTHHOB
KPOBM MPOBOAWIM ABaXIbl: [0 Hauana JiedeHWs U MpU ero
3aBeplueHnu. JIs aHanusa MCroJnb30Bany nepudepruyecKkylo
KpOBb, B3TyI0 Ha KapTouky-¢uistp (popma Ne 903). 3a-
60p 00pa3LiOB KPOBM OCYLIECTBJISIM YTPOM HAaTOLLIAK He pa-
Hee 4yeM yepe3 3 4 rnocsie efibl. AHaJIU3 OCYLLECTBJISIJICS] METO-
nom MC/MC.

Y1oBNETBOPEHHOCTb BPaYoOM M MALMEHTOM (ponmuTesneM)
pesynbTaTaMM JIMeTOTepaniy OLEHWBAaNUM METONOM aHKEeTH-
POBaHMs C MOMOLIBIO 5-0aIbHOI LKabl, B KOTOPOii 1 6an
COOTBETCTBYET OLieHKe «[I0JTHOCTBbIO HeynoBNeTBOpeH», a 5 —
oueHke «[lonHocTbio ynoBneTsopeH». OCHOBHBIMU KpUTEPUSI-
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Meaunarpus

MU OLIEHKHM ObUIN: YAOBJIETBOPEHHOCTD MPOBOAMMbIM JI€Y€HH-
€M, YZI0BJIETBOPEHHOCTb OBICTPOTOI1 YMEHBLIEHUST CUMITTOMOB
¥ YIOBJIETBOPEHHOCTDb OOLIMM COCTOSIHUEM 3710pPOBbsl Ha poHE
NpoBOAMMOro JiedeHust. CyMMUpPOBaMCh 6aslyibl 0 TPeM KpH-
TepHsIM, MaKCHMaJIbHbli1 6asi COOTBETCTBOBA 15, MUHUMAJIb-
Hblit — 3.

CratucTHueckylo 00pabOTKy MOJYYEeHHbIX JAaHHBIX IPO-
BOZWJIM C TIOMOLUBIO CTaHJAPTHbIX METONOB CTaTHCTHUYECKOi
00paboTKM 1 MakeTa KOMIBIOTEPHBIX Mporpamm Statistica,
Microsoft office. [lokasaTtenu npencrasneHbl B BuLie cpenHeii
(M) 1 crannapTHoro oTkioHeHus (SD). locToBepHOCTb pa3iu-
4uit MeskIly TpyMnaMu onpezesjy ¢ TOMOLLIbIO HerlapaMeTpH-
yeckoro kputepust ManHa — YutHu. Paznuuus cuntanu cratu-
cTryeckn 3HaunmbiMu ripu p<0,05.

PE3Y/IBTATBI M OBCY>KIEHUE

B cBs3u ¢ paclvpeHreM HeOHaTaabHOTO CKPUHMHIA
OTPOMHOE 3HaueHWe MMeeT U pacluMpeHre HYTPUTHUBHBIX
BO3MOJKHOCTel B NefuaTpuueckoii MpakTUKe AJisl NpoBese-
HUA clielraau3upoBaHHON AuMeToTepanyu aeTei ¢ Hapylle-
HUSIMM OOMEHa SKMPHBbIX KUCJIOT C JJIMHHOWM M OY€Hb IJIMH-
HOI1 yryiepoziHO Lemnbto. M3BecTHO, UTO AeTH ¢ AepULIUTOM
aunn-KoA-perupporeHasbl SKMpPHbIX KHUCJIOT C AJIMHHOM
1 OYeHb IJIMHHOM Yr/IepOAHON LIeNbl0 HYKAAIOTCSA B JOMOJI-
HUTenbHOI foTaunu CLUT, 1 B paLMoHe Ha HUX OJIKHO MPU-
XOIAMUTbCS OKOJIO 15—25% oT obLiero KonMuecTsa KaaopHit
[6, 7]. ObbluHbIE CcMecH, MpenHa3HAYEHHblE s MUTaHMUS
JeTeil C HapyLIeHUsIMU QYHKLMOHUPOBAHUS XKeJyJOUHO-KU-
11eYHOro TpakTa 1 oborareHHbie CLIT, He MoryT obecrneunTsb
HeoOX0aMMYI0 MOTPeOHOCTb NMpPU HAPYLIEHUSIX MUTOXOH-
IpUaJIbHOTO (3-OKUCJIEHUS! SKUPHBIX KUCJIOT. ITO MepBOe UC-
clefjoBaHue Mo oueHke 3(PpPeKTUBHOCTH U NMEePEHOCUMOCTU
CreLManM3upOBaHHOrO NpoAykTa «MoHoreH» npu Hapylle-
HUSIX 0OMEeHa JKUPHBIX KUCJIOT C JJIMHHO M OYeHb JJIMHHOI
YIJIEPOJHOM LIETbIO Yy JIeTei.

B cBs13u ¢ HM3KOI1 4acTOTOI1 3a60JI€BaHMI1 JAHHO TPYIIIbI
B MCCrenoBaHKe ObI0 BKIIOUEHO JIMLib HEOOJIbLLIOE YKCITIO Ma-
LIEHTOB.

Ha nporsskennu 30+2 nHs Bce mauueHTbl YCMELIHO MpH-
Humann UI1. Jlucnencrueckux sBieHuii, HapyLIeHWii CTyrna,
aJUIepruyecKyx peakuuil U APYruxX HeskenaTeNIbHbIX SIBJIEHW
B XOJle BCEro MCCJeN0BaHMsSI He 3apernCTPMPOBAHO HU Y Ofi-
Horo peGeHka. HeckosbKo ymyuIMiuch nokasarenu ¢puauye-
CKOrO Pa3BUTHSI: Z-SCore Macchl Tesla K BO3pacTy Ha BH3uTe 1
cocraBun -0,24+1,52 SD, Ha Busute 2 — -0,08+1,48 SD;
Z-score pocra K Bo3gpacty — -1,13%1,39 u -0,81+1,53 coot-
BETCTBEHHO.

OTpnuaTeanoﬁ IOVHAMKWKKM MOKa3aTejiei COMaTUYEeCKOro
¥ HEBPOJIOTMUYECKOr0 CTaTyca He ObUIO HU B OIHOM Habmone-
HUK. Y OZIHO# AE€BOYKM KyNMHUPOBAIMCh CPbITMBAHMSI, OTMEUEeH-
Hble Ha Bu3uTe 1.

YpoBeHb 71I0K03bI KPOBH 10 U nocsie HagHavyeHus: UTT 6bis
HOPMaJIbHbIM M COCTaBUJI COOTBETCTBEHHO 4,26+0,42 MMOJIb/ 71
u 4,52+0,38 mmonb/n (HopMma 3,3—5,5 mmonb/n). [lokasa-
Tenb pH KpoBU Haxoamscs B Npefeniax peepeHCHbIX 3Have-
HUWI1 3HAYEHU.

Co cropoHb! crieudpuueckux OMOXMMUYECKUX MapKepoB
(auMnKapHUTMHOB) y Heteil ¢ fedpuLMTOM auui-KoA-perus-
poreHasbl JKMPHbIX KWUCJIOT C JJIMHHOWM YrJIEpOJHON LIernblo
YCTAQHOBJIEHO HEKOTOpOE CHMKEeHHe CPeIHMX BeJlUYMH, BCe
T1I0Ka3aTesiM HaXOAWJIKCh B MPeAenax AOMyCTUMbIX 3HAYEHH
(tabn. 1). Ipu cpaBHEHMM 3THX TOKa3areseil B Hauase MC-
CNIeJOBaHMSI U MpH €ro 3aBepllUeHUN CTATUCTUYECKH 3Hauu-
Moro pasnuuust He nosy4deHo (p=0,5). ITo 06ycIoBIEHO TEM,
4TO JIeTU U 10 BKJIIOUEHHs B uccienoanue nosyvanu U,
HO HeperyJsipHo.

Yy pe6eH1<a ¢ nepuuuToM auun-KoA-gernaporenasbl sxup-
HbIX KHUCJIOT C OY€Hb JJIMHHOM YIJIEpOJHO Lienbl0 KOHLEH-
tpauust C14:1 Ha Busure 1 cocrasuna 0,4 MkM/n, Ha BU3M-
Te 2 — 0,19 MmrkM/n (Hopma 0-0,41 MKM/1n); KOHLEHTpaLMs
C14:1 ocraBanacb B HopMme U coctauna 0,19 MkM/n (Hopma
0-0,515 MxkM/11) no 1 nocne npumenenust UI1.

XKectkoe orpanuuenne B pauroHe [T moxer npuse-
CTH K UX JepULMTY U Pa3BUTUIO MATOJIOTUM ceTyaTku. B cBg-
3u ¢ atuM UI1 comepskuT acceHUManbHble XUPHblE KHUCIOTHI,
4ToObl 00€ecrneunTb (U3NOIOrMYECKYI0 MOTPEOHOCTb B HMX.
Hu y oHOrO natyeHTa naTosiorMyi CeTYaTK BbISIBIIEHO He ObIO.

YIOBNETBOPEHHOCTb POAMTENEel (3aKOHHBIX MPeACTaBUTe-
Jleit) IieTeit M Bpaua NPOBOAMMBIM JleueHHeM COOTBETCTBOBAsIA
BbICOKMM rnokasarensam (14,4+0,89 u 13,4+2,19 6anna coot-
BETCTBEHHO).

3AKIIOYEHHME

Hacrosuiee nccnenosanne nokasano BbICOKYIO KJIMHUYE-
CKYI0 3 $EKTUBHOCTb U IEPEHOCMMOCTb CIeLMaln3upOBaH-
HOTO MPOAYKTA JUeTHYecKoro jeyebHoro nurauus «MoHo-
reH» TMpY HapyLIeHUssX 0OMeHa XUPHBbIX KUCJOT C JJIMHHOM
M OYeHb JJIMHHOWM YIJIePOJHOM Lienblo y JeTel, UTo Bbipa-
3UJI0Cb B CHUXKEHMU YPOBHE#H crielnPUYecKux auuiIKapHU-
TUHOB II0CJIe Hayasa JieueHus U MOAJEep>KaHuK UX B Ipe-
nenax Oe3omacHbIX 3HayeHWil. HeskenaTenbHbIX SIBIEHMI
He BO3HMKJIO HU Yy OfHOTrO pebenka. dusnyeckoe pas3BuTHe
NalyMeHTOB COOTBETCTBOBAIIO CPEAHEBO3PACTHbIM IOKa3a-
TesisiM. bornee Toro, nokasana BbICOKasl yOBJIETBOPEHHOCTD
MPOBOAMMOI1 Tepamnueil Kak CO CTOPOHbI pojuTeseit (3a-
KOHHBIX TpEJCTaBUTENEl) IETEM, TaK U CO CTOPOHBI Bpaua.
Takum obpasom, UI «MoHoreH» MOJHOCTbIO COOTBETCTBY-
eT TpeOGOBaHMAM K AMeToTepanuy OOJbHBIX AETel, CTpana-
IOLIMX HAaC/eCTBEHHbBIMKM HapylleHUsMU OOMeHa >KMPHbIX
KUCJIOT C JJIMHHOW M OYeHb JJIMHHOW YIJIepOJHOM LEeMnblo,
1 MOXeT ObITb PEKOMEHIOBaH 1Jisl BKIIOUEHHs] B CXeMbl MX
JieyeHusl.

YrNepoaHON Lenbto

C16-0OH, mkM/n / C16-0H, umole/I 0-0,18
C18-0H, mkM/n / C18-0H, umole/I 0-0,18
(18:1-0H, mkM/n / C18:1-OH, umole/l 0-0,18

Ta6bnuua 1. MNMokasarenu ypoBHSA aunnkapHUTUHOB Y AeTen ¢ fgechmumntom aumn-KoA-gernaporeHasbl XUPHbIX KACIOT C OJIMHHOM

Table 1. The levels of acyl-carnitines in children with long-chain acyl-coA dehydrogenase deficiency

Hopma / Normals Mpu guarHocTuke / Baseline Buaur 1/ Visit 1 Buaur 2 / Visit 2

0,65+0,45 0,18+0,01 0,1520,04
0,64+0,47 0,19+0,11 0,18+0,05
0,88+0,41 0,22+0,21 0,160,15

Russian Journal of Woman and Child Health. Vol. 4, Ne 1, 2021

101



Pediatrics

Russian Journal of Woman and Child Health. Vol. 4, Ne 1, 2021

Jlumepamypa

1. Muxaitnosa C.B., 3axaposa E.O., ITerpyxuu A.C. HeitpomeTabonudye-
cke 3a60/1eBaHA Y fieTell M IOPOCTKOB: AMATHOCTHKA U IOJIXO/IBI K Jie-
YeHNIO. 2-€ U3, mepepab. u gor. M.: Jlutreppa; 2019.

2. Tacobazzi V., Pasquali M., Singh R. et al. Response to therapy in
carnitine/acylcarnitine translocase (CACT) deficiency due to a novel
missense mutation. Am ] Med Genet. 2004;126A(2):150-155. DOI: 10.1002/
ajmg.a.20573.

3. Fernandes J., Saudubray J.-M., van den Berghe G., Walter J.H. (Eds.).
Inborn Metabolic Diseases. Fourth, Revised Edition. Springer Medizin
Verlag Heidelberg; 2000.

4. Nepuuurt anun-KoA gernaporeHassl XUPHbIX KUCTOT C 09€Hb JATTIMHHOI
yI/IepofiHOIt Lemblo y fetell. Knmundeckue pexomenganym. M.; 2016.

5. XKypba JL.T., Mactiokosa E.M. Hapy1enne ncuxoMoTOPHOTO pasBUTILA
ZieTeit mepsoro rofa xxusuu. M.: Meauiuna; 1981.

6. Spiekerkoetter U., Bastin J., Gillingham M. et al. Current issues regarding
treatment of mitochondrial fatty acid oxidation disorders. J Inherit Metab
Dis. 2010;33:555-561. DOI: 10.1007/s10545-010-9188-1.

7. Rohr F, van Calcar S. Genetic metabolic international guidelines for
VLCADD, 2008. (Electronic resource.) URL: www.gmdi.org. (access date:
12.10.2020).

CBEJEHHS OB ABTOPAX:

Haranus AnekcannposHa CemMeHOBa — K.M.H., 8Da4-2€HEMUK
svicwell kamezopuu, cmapwiuli Hay4ureili compyorux OI6HY
«MTHL]»; 115522, Poccus, 2. Mockea, yn. Mockeopeuve, 0. 1;
ORCID iD 0000-0001-7041-045X.

Enena Anppeesna lllecromanoBa — 6pau-zeHemuk evicuiell
kameeopuu PIBHY «MI'HL]»; 115522, 2. Mocksa, ya. Mockeo-
peuve, 0.1; ORCID iD 0000-0003-2151-6025.

Cepreit BanoBuu Kyues — 0.m.H., npogeccop, unen-koppe-
cnonoesm PAH, oupexmop ®IBHY «MIHL»; 115522, Poc-
cus, 2. Mockea, yn. Mockeopeuve, 0.1; ORCID iD 0000-0002-
3133-8018.

KonTaktHass undopmauus: Cemenosa Hamanus Anexcan-
OposHa, e-mail: Semenova@med-gen.ru. Tlpo3pauHocTb
(pUHAHCOBOI NesATeNbHOCTH: HUKMO U3 a8mopoe He umeem
GuHAHCOB0l 3auHMeEPecoO8aHHOCMU 8 NPEOCMABIEHHbIX MA-
mepuanax uau memooax. KoHQNMUKT UHTEpECOB: Uccnedosa-
Hue nposedeHo npu noooepicke komnanuu Nutricia. Crarbs
nocrynuna 10.11.2020, nocmynua nocne peueH3upoBaHus
03.12.2020, npunsra B neuatb 28.12.2020.

References

1. Mikhailova SV., Zakharova E.Yu., Petrukhin A.S. Neurometabolic
diseases in children and adolescents: diagnosis and treatment approaches.
2nd ed. M.: Litterra; 2019 (in Russ.).

2. Tacobazzi V., Pasquali M., Singh R. et al. Response to therapy in
carnitine/acylcarnitine translocase (CACT) deficiency due to a novel
missense mutation. Am ] Med Genet. 2004;126A(2):150-155. DOI: 10.1002/
ajmg.a.20573.

3. Fernandes J., Saudubray J.-M., van den Berghe G., Walter J.H. (Eds.).
Inborn Metabolic Diseases. Fourth, Revised Edition. Springer Medizin
Verlag Heidelberg; 2006.

4. Deficiency of acyl-CoA dehydrogenase of fatty acids with a very long
carbon chain in children. Clinical guidelines. M.; 2016 (in Russ.).
5.Zhurba L.T., Mastyukova E.M. Violation of the psychomotor development
of children in the first year of life. M.: Medicine; 1981 (in Russ.).

6. Spiekerkoetter U., Bastin J., Gillingham M. et al. Current issues regarding
treatment of mitochondrial fatty acid oxidation disorders. J Inherit Metab
Dis. 2010;33:555-561. DOI: 10.1007/s10545-010-9188-1.

7. Rohr F, van Calcar S. Genetic metabolic international guidelines for
VLCADD, 2008. (Electronic resource.) URL: www.gmdi.org. (access date:
10.12.2020).

ABOUT THE AUTHORS:

Nataliya A. Semenova — Cand. of Sci. (Med.), geneticist of
the highest category, senior researcher of the Research Center
for Medical Genetics; 1, Moskvorechye str., Moscow, 115522,
Russian Federation; ORCID iD 0000-0001-7041-045X.

Elena A. Shestopalova — geneticist of the highest category,
Research Center for Medical Genetics; 1, Moskvorechye str.,
Moscow, 115522, Russian Federation; ORCID iD 0000-0003-
2151-6025.

Sergey 1. Kutsev — Doct. of Sci. (Med.), Professor,
Corresponding Member of RAS, Director of the Research
Center for Medical Genetics; 1, Moskvorechye str., Moscow,
115522, Russian Federation; ORCID iD 0000-0002-3133-
8018.

Contact information: Nataliya A. Semenova, e-mail:
Semenova@med-gen.ru. Financial Disclosure: no authors
have a financial or property interest in any material
or method mentioned. The study was supported
by “Nutricia”. Received 10.11.2020, revised 03.12.2020,
accepted 28.12.2020.

102

PMOK. MaTb 1 anta. T.4, Ne 1, 2021




