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Pe3ome

B crarbe npeacrapiieH ci1y4aii Hac/IeICTBEHHOI0 3200/1¢BaHus 00MeHa BemecTB — Jepuunt anui-KoA gerunaporenasnl
“KHPHBIX KHCJIOT € 0YeHb JJIMHHOM 1eNblo y pedeHka 14 jieT. Onucana KJIMHUKA Pa3BUTUS U 0COOCHHOCTH TeYeHHs JAHHOIO

3a200J1eBaHHS.

Knioueguie cnosa: nepuuur annin-KoA nerumaporeHasnl ;KUPHBIX KHCJIOT ¢ 04eHb JIuHHON nenslo (VLCAD), nacien-
CTBEeHHBbIE 00/1e3HN 00MeHa BellecTB, TAHAEMHAsl Macc-CIIeKTPOMeTpHs.
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Summary

The article presents the case of hereditary metabolic disease — very long — chain acyl-CoA dehydrogenase deficiency in
a 14 years old child. It describes the clinical picture and development of the disease.
Key words: acyl-CoA dehydrogenase deficiency, long chain fatty acids, (VLCAD), hereditary metabolic diseases, tandem

mass-spectrometry.

HacrencTBeHHass maToiorusi 3aHWMAaeT 3HAYUTEIb-
HBI YIENBHBIA BeC B CTPYKType IETCKOH 3aboieBae-
MOCTH, CMEPTHOCTH M MHBanuIHocTH. Okono 50-70 %
POIMBIINXCS ETEH UMEIOT BPOKICHHBIC M HACIIC/ICTBCH-
HBIe 3a00neBanns. Tompko 25 % HacIeICTBEHHBIX 3200-
JICBAaHUU TIPOSBIISAIOTCSA B NEPHUO] HOBOPOXKICHHOCTH, a
OCTaJIbHBIC MAHU(PECTHPYIOT B AETCKOM HIIH TOAPOCTKO-
BOM Bo3pacte [2].

Jedunur ammi-KoA nerugporeHasbl SKUPHBIX KHCIIOT
¢ oueHb JuHHOM 1enbio (VLCAD) — HacnencTBeHHOE Ha-
pyIIeHHe OeTa-OKUCICHUS KUPHBIX KUCIOT BCTPEYACTCS
B nonyisiinu ¢ yactoroit 1:50 000 HOBOpOXACHHBIX. 3a-
OoneBaHHEe OOYCIIOBICHO MyTalMeH CTPYKTYpHOTO TeHa
MUTOXOHJpUAIBHON AIMHHOLEeIoueyHoH anmi-KoA neru-
JpOTeHA3bl, MPUBOIIICE K €e HeJOCTATOYHOCTH BO BCEX
TKaHsX, (pudpodmacTax u jumdonuTtax. [eH KapTUpoBaH

Ha 17p11.2-p.11.13. Tun HacneqoBaHUsI — ayTOCOMHO-Pe-
LIECCUBHBIH.

[MpuBoAMM KIMHWYECKOE HAOIIOZEHHE MEpBOTO CIIy-
Yast JaHHOTO 3a0oieBaHns B XabapoBCKoM kpae. B Hamem
ciydae neBouka H., 14 net, Obuta oOciiezioBaHa B CBS3H C
BBIPQKCHHBIMH TIPHCTYIIAMH MBIIICYHOH c1aboCTH, KOTO-
PpBIe IPOSBIIINACH CPa3y IOCIIE POKICHUS, HEIIEPEHOCHMO-
CTBIO YCBOCHHS KHpOB. M3 aHaMHe3a: B PONOCIOBHOH B
JIBYX ITOKOJICHUSX MOYeKaMeHHas 0oJe3Hb. [laHHBIH Ciry-
4Jail eqUHCTBEHHBIN. /IeBoUKa OT mepBod OepeMEeHHOCTH,
MIPOTEKABIIEH ¢ TOKCHKO30M IIEPBOM ITOJIOBHUHEI M YTPO30it
TPEXICBPEMEHHBIX POIOB, IT0 TIOBOIY YETO IPOBOAMIOCH
nedeHue. Pombl B CPOK, CaMOCTOSATENBHBIC, OKOJOILION-
HBIE BOJIBI OBUTH MyTHBEIE. Macca peOeHKa IpH POXKICHUN
3400 T, poct 50 cM. Orienka 1o mkaie Anrap — 8-9 6aioB.
K rpyan HOBOpOXIeHHAs IIPUIIOXKECHA Ha § CYTKH. B cBs3n
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C BBIPaXCHHBIMH KO)KHBIMH M3MEHCHUSMH (TOKCHYECKast
spuTeMa) peOCHOK MEpeBe/ICH Ha MCKYCCTBEHHYIO CMECh
(Ha coeBoif ocHOBe). Brmmicana u3 poauiIBLHOTO IoMa Ha
8-¢ CYTKH ¢ IMarHo30M: IepruHaTabHas dHIEeaTonaTus
THITOKCHYECKOTO TeHe3a. C poXKICHHS POIUTEIN OTMEYa-
My pebeHKa MBIIIeUHyo cirabocth. [locie BBeneHHs B
MTUIICBOM PalMOH JKUPOB Y JIEBOYKU CTAIH MOSBISATHCS
MPUCTYIIBI MHOTOKPATHOM PBOTHI B Te4eHHEe 3-4 nHEl Ha
(hoHe CoXpaHSIOIIEHCS MBIIICYHON CITa00CTH, 00E3BOMKH-
BaHMA, CyNOpor. [IpHCTymBI KyNMpOBaJHCh BBEACHHEM
IJTFOKO30-COJIEBBIX pacTBOpoB. CriemyeT oOpaTHTh BHUMA-
HUE U Ha TO, YTO PBOTA TOSIBIUIACH H TIOCJIC HHTEHCHBHON
(U3MUECKOM HATPY3KH.

B cBsI3H ¢ BBIICONMMCAHHON CHMIITOMATHKON JIEBOYKA
ObuTa 0OciTeoBaHa B 1aOOPaTOPUH HACIECICTBEHHBIX 00-
ne3Helr oOMeHa BemiecTB I. MockBeL. [Ipu mccienoBanun
CTIEKTpa AalWIKapHUTHHOB BBIABICHBI CTAOWIBHBIC W3-
MEHEHUSI, YKa3bIBaIOIINe Ha JIe(PEKT OKUCICHUS KUPHBIX
KHCJIOT C OYCHB JUIMHHOI IEeTbI0 — MOBBIIICHHUE CIIEKTpPa
AIMJIKAPHUTHHOB, TOBBIIICHUE KOHIICHTPAI[MHA TETpa-
nexanownkapautuHa (C14), TerpajexaHOUITKAPHUTHHA
(C14:1), rexcanexanounkapuutuna (C16:1). [Tpu moneky-
JISIPHO-TEHETHYECKOM MCCIICIOBAHNH BBISIBIICHA MYTAIlHs B
7-M SK30HE TeHa — M3MEHCHNE HYKIJICOTHIHON MOCIIeI0Ba-

TenpHOCTH c619t>c, mpuBozsee k 3ameHe pSer 207 Pro B
TeTePO3UTOTHOM COCTOSIHHU. B 13-M 9K30HE — U3MEHEHHUE
HYKJICOTUIHOHN TOCIIEN0BaTeIbHOCTH ¢.1267g> a, mpuBo-
nsimiee k 3ameHe pAla 426 Thr B reTepo3UroTHOM COCTOsI-
HUHM. MeTO/IOM MPSIMOTO CEKBEHUPOBAHHUS TTAIIMEHTKE ObLT
MOATBEPKJICH JUArHO3: HEIOCTAaTOYHOCTh anmi-KoA ne-
THJIPOTCHA3BI JKUPHBIX KHCIOT C OYCHb JUTHHHOH IIETIBIO.

Takum 00pa3oM, Ha OCHOBaHHH KaI00, KIMHUYIECKUX
MIPOSIBIICHUI W J1Ta00paTOPHO-UHCTPYMEHTAIBHBIX HCCIIe-
JIOBaHUH y JICBOYKH B 14 JIET yCTAHOBJICH JMArHO3 — HEIO-
CTaTo4HOCTh anmiI-KoA neruaporeHassl )KUPHBIX KACIOT
C OYCHb JTTMHHOW IETbI0, TPOMEXKYTOUHAs (hopma.

OCHOBHBIM JICKAPCTBEHHBIM CPEICTBOM B JICUCHHUH 5B~
nsercs JIukBumkeH B 03¢ S0 MII B CyTKH TTOKH3HEHHO.
Ha ¢oHe mpoBouMOil Tepanuu CHU3UIACh YacTOTa MPH-
CTYIIOB, OTMEYACTCS TIOJIOKUTEIbHAsI KapTHHA OMOXUMHU-
YECKHUX MoKa3areyell B KpOBH.

[IpencTaBneHHBIH CiTy4all CBUAETEILCTBYET O IEIeCO-
00pa3HOCTH PACHIMPEHHS CIIEKTpa HO30JIOTHH (1edeKThI
oOMeHa KUPHBIX KUCJIOT M Jp.) JJIsl BKJIIOYCHUS B TPO-
rpaMMy MacCOBOTO HEOHATATBHOTO CKPUHHWHTA C UCIIOJNb-
30BaHUEM TaHJIEMHOH MaCCCIEKTPOMETPHUH, CYIICCTBEH-
HO YJIyYIIAIONIEH CKPHUHUHT ¥ PACHIMPSIONICH CIHUCOK
CKPUHHUPYEMBIX HApYIICHUH, TIOIIAFOIINXCS JICUCHHTO.
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