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HEAOCTATOYHOCTh AAMHHOIIETIOYEYHON
3-TIAPOKCHAILIMA-KoA-AETUAPOTEHA3BI:
BAJKHOCTh PAHHEVW AVATHOCTUKU
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HemocTaTouHOCTh IJIMHHOLENIOYEYHOH 3-ruaporcuanmui-KoA-gerumporeHassl SKUPHBIX KHCJIOT
(long-chain 3-hydroxyacyl-coenzyme A dehydrogenase (LCHAD) deficiency — LCHADD) — pexkoe
HACJIEACTBEHHOE HAapylIeHHe 00MeHa BeleCTB U3 rpynns! qe)eKTOB MUTOXOHAPHAIBLHOrO 0eTa-oKuc-
JIEHUSA SKMPHBIX KUCJIOT. Ilepi0 McCCaeqoBaHUSA ABWIICA AHAJIU3 KINHUYECKUX IPOSBJICHUN, IMOJ-
XOIOB K jJeueHNI0 u karamHe3a nanueHToB ¢ LCHADD. IIpoananusupoBansl 18 cryuaes LCHADD,
IuMarHocTHPOBaHHEIX 3a nmepuox 2006—2016 rr. B Mockse u MockoBckoii ooaactu. Ilo pesyasraram
npoBegeHHoro anajgusa npu LCHADD noka3aHa BBICOKAas JIETAJbHOCTh HA IEPBOM TOIY SKUSHH —
61% (11/18). BospacTt me6r0oTa BapbupOBaJl OT HECKOJBKNX CYTOK KM3HM 10 7 mecaues. Ilepssivu
CHMIITOMAMU SABJSLIACH: runmoraukevuss — 25% (3/12), moBbilieHHe NEYEHOYHBIX (DEPMEHTOB
82% (9/11), cymoporu/uapymenue cosHanuga — 18% (2/11), kumreunsrii cuaapom u peora — 18%
(2/11), yBeauuenue neuenu — 9% (1/11). [luaruo3 ObLI MOATBEPIKIEH METOXOM TAHIEMHOH Macc-
CIIEKTPOMETPUM HA OCHOBAHHMU IMOBBINIEHUA YPOBHA NIMHHOLEIIOUYEYHbBIX 3-runpomcuauunmapﬂn1‘n-
uos: C160H, C180H, C16:10H, C18:10H u coornomenuit C160H/C16(C180H+C18:10H+C160H)/
C0.B 35% (6/17) cryuaeB 0TMeUaJI0Ch CHUKEHHE YPOBHA CBOOOIHOTrO KapHuTuHa. Ilo pesyapraram
MOJIEKYJISIPHO-TE€HEeTUUECKOr0 aHAJIM3a y BCeX MAIMeHTOB Oblia oO0HapyskeHa myranusa Glu510GlIn
B reie HADHA B romosuroraom (88,8% — 16/18) niau B KOMIayHA-reTepPO3SUTOTHOM COCTOSITHUH
(11,1% — 2/18) ¢ gpyrumu myramusavu. [[uerorepanusi ¢ OrpaHNYCHUEM JKHPOB U 00OramieHHas
CpeIHeeNnoYeYHbIMU TPUIIHIePUAAMH ObLIa HA3HAYEHA 7 MAIMeHTaM B BO3PACTe OT HECKOJBKHX
CYTOK JKM3HM 0 7 MecCHleB, YTO CII0COOCTBOBAJIO CTA0OMIM3AIMN COCTOTHUA U MO3BOJHUJIO CHUSUTH
yacToTy Kpu3os. IIpumeHeHne ceIeKTHBHOTO MJIM MAaCCOBOr0 CKPMHUHTA HA 3200/ IeBAHUA U3 TPYIIIBI
HAPYUIEHUII MUTOXOHAPHAJIHHOTO 0eTa-0KNCIeHUS JKUPHBIX KMCJIOT MOJKET M03BOJIUTH CBOeBPeMeH-
HO YCTAHOBUTH JHMATHO3, HASHAYUTH JeUeHHEe U CHU3UTh CMEPTHOCTH IIPU IIOTEHIIUAJTIBHO Icypaﬁem.-
HOM 3a6oseBanuu — LCHADD.
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Kntoueévie cnosa: mumoxoHopuaivbHoe 6ema-oKucLeHue HUPHbLX KUCLOM, He00CMamo4HoCmy OJUH-
Houenoveunoil 3-zudporcuayun KoA decudpozenasvt scuprvix kucaiom (LCHADD ), nacaedcmeenHbLe
b6ose3nu obmena seuiecms, zen HADHA, zunoznukemus, kpeamuH@ocPoKuHasa, neieHouHvle Qep-
MeHMmbL.
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