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Pe3ome

B crarbe npeacrasiieH ciiy4aii Hac/IeICTBEHHOI0 3200/1¢BaHus 00MeHa BelecTB — Jepuuut anui-KoA gernaporenassl
“KHPHBIX KHCJIOT € 0YeHb JJIMHHOM 1eNblo y pedeHka 14 jieT. Onucana KJIMHUKA Pa3BUTUS U 0COOCHHOCTH TeYeHHs JAHHOIO

3a200J1eBaHHs.

Kniouegvie cnosa: nepuuur annin-KoA nermaporeHasnl sKUPHBIX KHCJIOT ¢ 0O4eHb JJIUHHON nenbslo (VLCAD), nacien-
CTBEeHHBbIE 00/1e3HN 00MeHa BelllecTB, TAHAEMHAsI Macc-CIIeKTPOMeTpHS.
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A CASE OF HEREDITARY METABOLIC DISEASES — VERY LONG - CHAIN ACYL-COA
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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-
HBIA YIENBHBIA BeC B CTPYKType JIETCKOH 3aboieBae-
MOCTH, CMEPTHOCTH U MHBanuIHOCTH. Okono 50-70 %
POIMBIIMXCS JETEH UMEIOT BPOKICHHEIC M HACIIC/ICTBCH-
HBIe 3a00neBanus. Tompko 25 % HacIeICTBEHHBIX 3200-
JICBAaHUU TIPOSBIISAIOTCS B MEPHUO] HOBOPOXKICHHOCTH, a
OCTaJIbHBIC MAHU(PECTHPYIOT B AETCKOM WU TOAPOCTKO-
BOM Bo3pacrte [2].

Jedunur ammwt-KoA neruporeHasbl SKUPHBIX KHCIOT
¢ oueHb JurHHOM 11enbio (VLCAD) — HacnencTBeHHOE Ha-
pyIIeHHe OeTa-OKUCICHHUS KUPHBIX KUCIOT BCTPEYACTCS
B nonyisiiinu ¢ yactoroit 1:50 000 HOBOpOXACHHBIX. 3a-
OonmeBaHHEe OOYCIOBICHO MyTalMeHd CTPYKTYpHOTO TeHa
MUTOXOHJpUAIBHON AIMHHOLEeoueyHoH anmi-KoA neru-
JPOTEHA3bl, MPUBOIIICE K €e HeJOCTATOYHOCTH BO BCEX
TKaHsX, (pudpodiacTax u jumdonuTtax. [eH KapTUpoBaH

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

[MpuBoaMM KIMHWYECKOE HAOIIOZEHHE MEpPBOTO CIIy-
Yast JaHHOTO 3a0oneBaHns B XabapoBCKOM kpae. B Hamem
ciydae neBouka H., 14 net, Obuta oOciiezioBaHa B CBS3H C
BBIPQKCHHBIMH TIPHCTYIIAMH MBIIICYHOH c1aboCTH, KOTO-
PBIe IPOSBUIINCH CPa3y IOCIE POKICHUS, HEIIEPEHOCHMO-
CTBIO YCBOCHHS KHpOB. M3 aHaMHe3a: B PONOCIOBHOH B
JIBYX ITOKOJICHUSX MOYeKaMeHHas 0oJe3Hb. [laHHBIH ciry-
4Jail eqUHCTBEHHBIN. /IeBoUKka OT mepBod OepeMEeHHOCTH,
MIPOTEKABIIEH C TOKCHKO30M IIEPBOM ITOJIOBUHEI M YTPO30it
TPEXICBPEMEHHBIX POIOB, IT0 IIOBOIY YETO IPOBOAMIOCH
nedeHue. Pombl B CPOK, CaMOCTOSATENBHBIC, OKOJOILION-
HBIC BOJIBI OBUTH MyTHBEIE. Macca peOeHKa IpH POXKICHUT
3400 T, poct 50 cM. Orienka 1o mkaie Anrap — 8-9 6aioB.
K rpyan HOBOpOXIeHHAS IIPUIIOXKEHA Ha § CYTKH. B cBs3n
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C BBIP@)XCHHBIMH KO)KHBIMH M3MEHCHUSMH (TOKCHYECKast
spuTeMa) peOCHOK MepeBe/ICH Ha MCKYCCTBEHHYIO CMECh
(Ha coeBoif ocHOBe). Brmicana u3 pogMIBLHOTO JIoMa Ha
8-¢ CyTKH ¢ IMarHo30M: IepruHaTabHas dHIEPaTonaTus
THITOKCHYECKOTo TeHe3a. C poXKICHHS POIUTEIN OTMEYa-
My pebeHKa MBIIIeUHyo cnabocth. [locie BBeneHHs B
MTUIICBOM PalMOH JKUPOB Y JIEBOYKU CTAIH MOSBISATHCS
MPUCTYIIBI MHOTOKPaTHOM PBOTHI B Te4eHHE 3-4 HHEH Ha
(hoHe COXpaHSIOIIEHCS MBIIICYHON CITa00CTH, 00E3BOMKH-
BaHMA, CyNOpor. [IpHCTymBI KyNMpOBajJHCh BBEACHHEM
IJTFOKO30-COJIEBBIX pacTBOpoB. CriemyeT oOpaTHTh BHUMA-
HUE U Ha TO, YTO PBOTA TOSIBISUIACH M TIOCJIC HHTEHCHBHON
(U3MUECKOI HATPY3KH.

B cBsI3H ¢ BBIICONMMCAHHON CHMIITOMATHKON JIEBOYKA
ObuTa 00OciTeoBaHa B 1a0OPAaTOPUH HACICICTBEHHBIX 00-
ne3Helr oOMeHa BemiecTB I. MockBeL. [Ipu mccienoBanun
CTIEKTpa AalWIKapHUTHHOB BBIBICHBI CTAOWIBHBIC W3-
MEHEHUSI, YKa3bIBaIOIUe Ha JIe(PEKT OKUCICHUS KHPHBIX
KHCJIOT C OYCHB JUIMHHOI IETbI0 — MOBBIIICHHUE CIIEKTpPa
AIMJIKAPHUTHHOB, TOBBIIICHUE KOHIICHTPAIIMHA TETpa-
nexanownkapautuHa (C14), TerpajexaHOUIKAPHUTHHA
(C14:1), rexcanexanonnkapuutuna (C16:1). [Tpu moneky-
JISIPHO-TEHETHYECKOM MCCIICIOBAHNH BBISIBIICHA MYTAIlHs B
7-M SK30HE TeHa — M3MEHCHUE HYKICOTHIHON MOCIIeI0Ba-

TenpHOCTH c619t>C, mpuBozsee k 3ameHe pSer 207 Pro B
TeTePO3UTOTHOM COCTOSIHHU. B 13-M 9K30HE — U3MEHEHHUE
HYKJICOTUIHOHN TOCIEN0BaTeIbHOCTH ¢.1267g> a, mpuBo-
nsmiee k 3ameHe pAla 426 Thr B reTepo3UroTHOM COCTOSI-
HUHU. MeTo/IOM MPSIMOTO CEKBEHUPOBAHHUS TAIIMEHTKE ObLT
MOATBEPKICH JUArHO3: HEIOCTaTOYHOCTh anmi-KoA ne-
THJIPOTCHA3BI JKUPHBIX KKCIOT C OYCHb JUTMHHOH IETBIO.

Takum 00pa3oM, Ha OCHOBAHHH KaI00, KIMHUIECKUX
MPOSIBIICHUI W J1Ta00paTOPHO-UHCTPYMEHTAIBHBIX HCCIIe-
JIOBaHWH y JICBOYKH B 14 JIeT yCTAHOBJICH JMArHO3 — HEIO-
CTaTo4HOCTh anmiI-KoA neruaporeHassl )KUPHBIX KACIOT
C OYEHb JTTMHHOW IETbI0, TPOMEXKYTOIHAs (hopma.

OCHOBHBIM JICKAPCTBEHHBIM CPEJICTBOM B JICUCHHUH 5B~
nsiercs JIukBumkeH B 03¢ 50 MII B CyTKH TOYKHU3HEHHO.
Ha ¢oHe mpoBouMOil Tepanuu CHU3MIACh YacTOTa MPH-
CTYIIOB, OTMEYACTCS TIOJIOKUTEIbHAsT KapTHHA OMOXUMHU-
YECKUX MoKa3areyiedl B KpOBH.

[IpencTaBneHHBIN CiTy4all CBUACTEILCTBYET O IEIeCO-
00pa3HOCTH PACHIMPEHHS CIIEKTpa HO30JIOTHH (1edeKTh
0oOMeHa KUPHBIX KUCJIOT M Jp.) JJISl BKJIIOYCHUS B TPO-
rpaMMy MacCOBOTO HEOHATATBHOTO CKPUHHUHTA C UCIIOJNb-
30BaHUEM TaHJIEMHOH MaCCCIEKTPOMETPHUH, CYIIECTBEH-
HO YJIyYIIAIONEH CKPHHUHT ¥ PACHIMPSIONICH CITHUCOK
CKPUHHUPYEMBIX HApyIICHUH, TTOIIAFOIINXCS JICUCHHIO.
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