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HEAOCTATOUYHOCTh KAPHUTUHA V AETEN
C HACAEACTBEHHBIMU BOAE3HAMMW OBMEHA BEIIECTB
N MUTOXOHAPUAABHBIMU 3ABOAEBAHUAMMN:
OCOBEHHOCTMU TIATOT'EHE3A N 2OOPEKTUBHOCTb AEYEHUA

OI'BY «Mockosckuit HUM neanaTpun u peTckoy xupypruu» Munsapasa Poccuu, Mocksa

C 1esbr0 yCTaHOBJIEHNS 3HAYEHU ST HAPYLIeHUiT 00MeHa KapHUTHHA M3Y4YeHbI IT0OKa3aTe U 06111ero, CBo6o-
HOTO U CBA3aHHOTO (AIMIKAPHUTHHBI) KapauTuHa y 1270 nereii, HAXOMUBIIMXCA B KIMHUKAX MHCTUTYTA
110 TOBOJAY HAPYIIeHUs MCHXNYECKOro, MOTOPHOro u (u3uyeckoro passurusd. B kauecTBe Mapkepa Hexo-
CTATOYHOCTH KAPHUTUHA UCII0JIH30BAH HU3KUI YPOBEHb CBOOOHOI0 KAPHUTHHA B KPOBU. [IJIA BHISABICHUS
OTHOCHUTEJIbHOM HEJOCTATOYHOCTH KAPHUTHMHA BHIUMCISIN OTHOLIEHWE AIMIKAPDHUTHHOB K CBOOOIHOMY
KapHuTHHY (KapHuTHHOBBIN MHAekc). ¥ 102 (8%) mereit ypoBeHb CBOGOTHOrO KapHUTHHA OBLI HMIKE
19 mxmoan/a (mopma 19—60 Mrmob/x), 3/, 13 HUX (n=76) cTPagaIH reHeTHYECKH /[eTePMUHIPOEAHHDI-
Mu 3a6oseBanusvu. B moarpyime gereii ¢ kpaiiHe HUBKMM COiepPiKaHUEeM CBOOOTHOI0 KADHUTHHA B KPDOBU
<10 mEMob /1 (n=19) 661511 TMaTHOCTUPOBAHBI cUHAPOM ae Tonu-/leope-Pankonu, 1edeKTHI OKMCICHUS
JKUPHBIX KHMCJIOT, IIEPBUYHBINA CHCTEMHBIN Ne(MIMT KAPHUTUHA, MUTOXOHAPHUAJIbHAA dHIedasIoMMuona-
Tus, cuaapom Hynan. Ilpu oGeirenoBanun rpynmns! gerei (n=15) ¢ MUTOXOHAPHAIBHBIMYU 3200 1€BAHUAMM
M HOPMAJIbHBIM YPOBHEM CBOOOIHOI0 KAPHUTUHA ObLIU BHIABJIEHBI IPU3HAKY OTHOCUTEIbHOM HEJOCTATOY-
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HOCTH KaPHUTHHA B BUJE NMOBHINIEHNST KAPHUTHHOBOrO uHAekca a0 1,3—1,8 (mopma <0,6) u ymeHbIIeHUSA
oM CBOOOIHOrO KAPHUTHHA B CTPYKType 00uiero moxkasarensa 10 39% (mopma 70—80% ). O6cy:xmaercs
pas3iinuue 3THOJIOTHH U IIAaTOreHe3a Pa3sBUTUA HEJOCTATOUYHOCTH KAPDHUTHHA IIPU HACJIEeACTBEHHBIX 60.7183-
HAX 00MeHa BEIeCTB U CBSI3aHHAMA C 9TUM pPasHad 3(P(PEeKTHUBHOCTH TEPAIUY JI€BOKAPHUTHHOM.
Knrouesvte cnosa: demu, HacaedcmeenHvle 00J1e3HU 00MEHA 8eULeCme, MUMOXOHOPUAbHbLe 001e3HU, C80-
000HbLI KAPDHUMUHR, AUUAKADHUMUHRbL, 2eH SLC2A2, zen SLC22A5, neuenue.

The goal of present study was to estimate the role of carnitine metabolism disorders. Parameters of
total, free and bound carnitine (acilcarnitine) were studied in 1270 children hospitalized in clinics of
Institute because of disorders of mental, motor and physical development. Low level of serum carnitine
was used as marker of carnitine deficiency. Relative carnitine deficiency was diagnosed by calculation
of acilcarnitine/free carnitine ratio (carnitine index). 102 children had free carnitine level <19 mmol/1
(normal level 19—60 mmol/1) and 3/, of them (n=76) had genetic diseases. Such genetic syndromes as
De Toni-Debre-Fanconi syndrome, defects of fatty acids oxidation, primary systemic carnitine deficien-
cy, mitochondrial encephalomyopathy, Noonan syndrome were diagnosed in group with extremely low
level of serum free carnitine <10 mmol/1 (n=19). Examination of children with mitochondrial diseases
and normal serum free carnitine (n=15) showed in this group such signs of relative carnitine deficiency
as increase carnitine index 1,3—1,8 (normal index <0,6) and decreased fraction of free carnitine (39%,
normal rate 70—80% ). Authors discuss differences in etiology and pathogenesis of carnitine deficiency
in cases of hereditary diseases and different efficacy of carnitine therapy.

Key words: children, hereditary metabolic disorders, mitochondrial diseases, free carnitine, acilcarni-

tine, SLC2A2 gene, SLC22A5 gene, treatment.

B TeueHme mocsiegHEr0 AECATHJIETUA AKTUBHO
pasBuBaeTcsA 00JaCTb MEIUIIMHBI, KOTOpas M3ydaeT
npobjieMy sHEePreTUYeCcKOo HeJOCTATOUHOCTH, COIIPO-
BOJKIAIOIIYI0 MHOrWe (POPMBI MATOJIOTUU PA3HOIO
Boapacta [1]. DHepreTuuecKuii 0OMeH UyeJoBeKa Ipes-
CcTaBJIsIeT COOOM CJOKHBIN, MHOTOCTYIIEHUATHIN IIPO-
mecc MeTaboJINYeCKUX IIpeoOpasoBaHUil, BeAYIIUNA K
AKKYMYJIAINUYA MaKPOIPIrUUECKUX COEJUHEHUI, UTO
obecrreunBaeT JKU3HEAEATEJbHOCTh KJIETKU U BCEro
opranmsma. Kak IIoKasaju HCCJIefOBaHUS, dHepre-
TUUecKas AUCHYHKIIUSA — HEOT'heMJIEeMbINl MPU3HAK
He TOJbKO MeHEeTUUECKHU NeTePMUHUPOBAHHBIX MUTO-
XOHIPUAJIbHBIX 00JIe3Hel. JHepreTnyecKas HeJocTa-
TOYHOCTH BCTPEUAETCS TP MHOTUX ITATOJOTUUECKUX
COCTOSTHUAX MAETCKOT0 BO3PAcTa, B YACTHOCTU IIPU
3aboJsieBaHUAX OOMeHa BelecTs [2, 3].

M3BecTHO, UTO B KOMILJIEKCE IIPOIECCOB SHEPTETH-
YeCKOT0o MeTaboIu3Ma MPUHUMAET yJacTue 00JIbIIoe
KOJIMUECTBO OMOJOTHMYECKUN AKTUBHBIX COEIUHEHUH,
B TOM YMCJIe BUTAMUHBI 1 BUTAMUHOIIOA00OHbBIE Bellle-
crBa. K unciay TaKkux coefMHEHUI OTHOCUTCA KapHU-
TUH, BIOePBble O00HAPYKEHHBIA B MBIIIIEUYHON TKaHU
yejioBeKa erne B Hauajse XX Beka. OqHAKO BaskHAA
O6uojoruyuecKkasa poOJib KapHUTUHA ObLIa JOKaszaHa
OTHOCUTEJILHO HEIABHO. ¥ CTAHOBJIEHO, UTO OLHA U3
OCHOBHBIX KM3HEHHO BaYKHBIX (DYHKIINI KapHUTHUHA
— OmosHepreruueckas [4, 5].

KapHuTuH OpumHHMAaeT HeIOCPeICTBEHHOE yua-
cTue B oOOMeHe JUNUI0B, KOTOPhIE CIYKAaT Pe3ePBHBIM
uctouHnKoM cuuTe3a AT® B opranusme. Karaboausm
JUNHUI0B IIpuobpeTaeT ocoboe 3HaUeHNE IPU OBICTPOM
HUCTOIIEHNY 3aIIaCOB YIJIEBOJ0B, & UMEHHO B CUTYAIlUN
MeTaboJINYeCKOro CTPecca U BLICOKOTO PACXOM0BAHUS
9HEePreTUUYeCKUX PecypcoB (MHTEPKYPPeHTHbIe 3a00-
JIeBaHUs, YCUJIEHHbIe (DU3UUYECKUe UIN dMOIIMOHAIb-
HbIe HATPY3KH, rojojganue). B yciIoBUAX aKTUBAIIIU

Karabosm3Ma JUOUJ0B KAaPHUTUH 00eCcIIeunBaeT ero
HavaJbHBbIE ATAIlbl — IEPEHOC AJNUHHOIEIIOYEeUHBIX
JKUPHBIX KHCJIOT B BUE CIOKHBIX d(pbupoB (aruikap-
HUATWHOB) U3 I[UTOILIA3MbI B MATPUKC MUTOXOHIPUIA,
Tle IPOUCXOAUT IIpoIecC [-OKucieHUs ¢ oOpasoBa-
HueM aneTtua-KoA. IlocaegHuii cayXuT cyocTpaToM
IJIS MUKJIa TPUKapOOHOBBIX KHuceaoT Kpebca u mocie-
nymoirero cunresa AT®, a Takike UCTOUHHUKOM 0o0pa-
30BaHUSA KETOHOBBIX TeJ (JOIOJIHUTEJIbHBIN dHEpTre-
TUYECKUI Pecypc JJis ToJOBHOTO Mo3ra) [4, 5].

Kpome TOro, KapHUTUH y4acCTBYeT B PETyJIAINN
TKAaHEBOTO SHEPreTUYECKOro MeTabou3Ma, OKasbI-
Basd BJAUSHUE Ha OTHOIIeHUe anui-KoA/cBoOOTHBIMI
KoA B muroxonapusx. CoeinHASICh C allUJIbHBIM
pazukasioM, OH BhICBOOOKAaeT KoA u TeM caMbIM
aKTUBUPYET SHEPTeTUUYeCKUil 00MeH. ITUM Ke IIyTeM
peanmusyeTcss MeTOKCHUIUpYIOITasd (PYHKIUA KapHU-
TUHA — CBSA3bIBaHWE W BbIBEJEeHUE 13 KJIETKU opra-
HUYECKUX KUCJOT, IBISIOIINXCA ITPOMEIKYTOUHBIMU
OPOAYKTaMHU OKUCJUTENbHBIX MpolileccoB. I[aHHBIE
BeIlleCTBa, HAKAIIJINBASICh B MUTOXOHAPUAX U ITUTO-
miIasMe KJIEeTOK, OKa3bIBal0T MeMOPAHOTOKCUUYECKOe
IelicTBYEe U MHTUOUPYIOT aKTUBHOCTDL pAma hepMeH-
TOB. BhIBeleHE YKA3aHHBIX TOKCUYHBIX COeTMHEHU M
13 OpraHM3Ma IPOUCXOIUT Uepes MOUKY B BUE alliI-
KapHUTHUHOB [4, 6].

B mocaensue roabl MOSBUINCH CBEIEHUA O 6JIaro-
TIPUATHOM MeMOPaHOTPOITHOM JefiCTBUM KapHUTWHA,
ero CIOCOOHOCTH KYIHPOBATH HETaTUBHOE BJIIMAHUE
pAda TOKCUYECKHX AreHTOB, WHIYKTOPOB AIIOIITO-
3a, 00pas3yIoIMUXCsA IIPU paccTpoiicTBax (GYHKI[MO-
HUPOBAHUSA IbIXATEJbHOU I[eNN U aKTUBAI[UU Iepe-
KHCHOTO OKucjaeHuA aununoB [7, 8]. YcraHoBIeHO
MOJIOKUTEJIbHOE BINSHNE KAPDHUTUHA Ha dHAOTEJINI
COCYIIOB, B YAaCTHOCTH IIPU CHUMKEHUM MIPOAYKIIUU
okKcmpma azora [4, 9].



