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Pesiome

Dedvunt aunn-KoA-gerngporeHasbl cpefHeLenoyeyHblX XUPHbIX KUCIOT — 3TO Haubo-
nee pacnpocTpaHeHHOe HacsleiCTBEHHOE HapyLUeHre 0OMeHa XMPHbIX KUCIIOT, KoTopoe
MOXET [0JIroe BpeMsa NpoTeKaTb 6eCCMMNTOMHO 1 MaHUGEeCTUPOBATb NpU MeTabosnu-
yeckoM cTpecce. KnvHuyecknum nposiBneHvemM AaHHOro 3aboneBaHuA ABMAETCA pas-
BUTE MeTabonmuyecknx Kpu3oB, B HEKOTOPbIX Clyyasx BO3MOMEH feTanbHbIi UCXOA.
[marHo3 noaTtBepxhaeTca MONEKYNAPHO-TEHETUYECKMM UCCNefoBaHNeM. B HacTosAwee
Bpemsa pa3paboTaHbl NPUHLMNbI AUeToTEpanMu 1 MeTabonuueckon Tepanun. PasHo-
obpasvie KIMHUKO-NabopaTOPHbIX [aHHbIX MALMEHTOB YCIOXHAET AMArHOCTUKY AaH-
Horo 3aboneBaHuA. BHegpeHMe paclUMPeHHOro HEOHATaNbHOrO CKPUHMHIA NO3BONsAET
BbIABNATL 3a60/1eBaHNe Ha JOKIUHNYECKON CTafnK, CBOEBPEMEHHO HAUMHATL fleyeHne
N npepynpexpaTb pa3BuTMe HeobpaTUMbIX HEBPONOIMUYECKMX HapylleHui. B ctaTbe
npuseaeH 0630p UMELLMXCA K HACTOALLEMY MOMEHTY [aHHbIX O 3ab0eBaHMK, a TakxKe
KNMHUYeCKUin cnyyvan geduunta auun-KoA-gernaporeHasbl cpefHeLenoyeyHbIX XUPHbIX
KNCNOT C no3aHen MmaHndecTaumen y pebeHka ctaplLue AByX NeT.

KnioueBble cnoBa: gednunt aumn-KoA-gervgporeHasbl cpefHeLenoyeyHblX »KUPHbIX
KncnoTt, metabonuueckuin kpus, getn, MCADD
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Abstract

The lack of acyl-CoA-dehydrogenase of medium-chain fatty acids is the most common
hereditary disorder of fatty acid metabolism, which can be asymptomatic for a long time
and manifested during metabolic stress. The clinical manifestation of this disease consists
of metabolic crises leading in some cases to death. The diagnosis can be confirmed by a
molecular genetic test. Nowadays, nutritional therapy and metabolic therapy principles
have been elaborated. The variety of patients’ clinical and laboratory findings complicates
the diagnosis of this disease. Implementing of advanced neonatal screening makes it
possible to detect the disease at the preclinical stage, start treatment timely and prevent
the development of irreversible neurological disorders. The article provides an overview
of currently available disease evidence, as well as a clinical case of medium-chain fatty
acid acyl-CoA dehydrogenase deficiency with delayed manifestation in a child over two
years of age.

Keywords: medium-chain acyl-CoA dehydrogenase deficiency, metabolic crisis, children,
MCADD

B BBEJAEHWUE

Hedununt aumn-KoA-gervgporeHasbl cpegHeuenoveyHblX XnpHboix kucnot (MCADD -
Medium-Chain Acyl-CoA Dehydrogenase Deficiency) - 3To ayToCOMHO-peLeccuB-
Hoe 3aboneBaHuve, cBsA3aHHOe ¢ MyTauuamu reHa ACADM, koaupytowero auun-KoA-
JerngporeHasy cpefHeLenoyeyHbix XUpHbix Kucnot (MCAD), pacnonoXeHHOro Ha Ko-
poTkom nneye xpomocombl 1. MCAD ABRAeTCA SHOOFeHHbIM PErynAaTOPHbIM GepMeEHTOM
[3-oKMCNeHNA XXUPHBIX KUCIOT, B YaCTHOCTU OKUCTIEHUS CPEHELENOYEYHbIX >KUPHbIX KNC-
10T, KOTOpble 06pa3yTCs U3 NuweBbIX Tpurnuuepuaos [1, 2]. B reHe ACADM BbisiBEHO
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He meHee 600 MyTaLuWi, U3 HUX NaToreHHbIMK ABRATCA 155 [3]. MonekynAapHbIM cnea-
CTBMEM OONbLUMHCTBA U3 HUX ABNAETCA notepsa depmeHTaTMBHON GYHKLMUM BCleacTBUE
HenpaBsubHoro dongunHra 6enka; aMMHOKNCNOTHbIE 3aMeHbl, BTOPUYHbIE MO OTHOLLEHWIO
K reHeTMYecKum MyTaumaMm, NPenAaTCTBYIOT NPUOBGpEeTeHnto HOPManbHON TpexMepHON
dopmbl [4]. Jiobasa KNMHUYECKana CUTyalus, B KOTOPOW TpebyeTca OKMCNEHME XUPHbIX
KNCNIOT, Hanpumep rosiofaHve unv Metabonnuecknin cTpecc BcecTene bonesHu, npu-
BOAUT K MPOAOIIKEHMIO NOTPE6NEHNA MIOKO3bl 1 3aMETHOMY CHUXKEHWIO UM OTCYTCTBUIO
COOTBETCTBYIOLLErO YBeNMYeHNA NPOoAyKUUnN KeToHoBbIX Ten [1, 2, 51. lebeKkT okncneHums
MXUPHbBIX KACNOT NPUBOAUT K NOABIEHNIO B NNa3mMe KPOBM M MOYE TOKCUUHBIX MPOMEXY-
TOUHbIX MPOAYKTOB MeTaboM13Ma, TakMX Kak AMKapOOHOBbIE KACOTbI, a TakxKe cpefHeLie-
noyeyHble aLUIKapHUTKHDBI, KOTOpble pa3obLalT npouecchl okucneHms n dochopunu-
pOBaHUA, NOBbLILIAIOT MPOHMLIAEMOCTb KNETOUHbIX MeMbpaH [6, 7]. MpucyTcTBUe cpegHe-
LilenoyeyHbIX JMKapOOHOBbLIX KUCNIOT ABMAETCA Pe3y/ibTaTOM OKUCIeHUA N36biTKa cpeaHe-
LienoYeyHbIX >KUPHbIX KACIOT MO W-OKUCAUTENbHOMY NyTK. B HOpMe ArnkapboHOoBbIe Knc-
NOTbl OKUCTIAKTCA B NEPOKCMCOMaX, HO CpefiHeLlenoyeyHble AnKapOOHOBbIE KACIOTbI He
ABNATCA NPUTrOgHbIMU CyOCTpaTamm Ana 3TOro NyTu, NOSTOMY 3TW IUNUAbI B KOHEYHOM
nTOre HakananBalTCA B KPOBU 1 MoYe [8].

Deduvunt aumn-KoA-gervaporeHasbl cpefjHeLIeNOYeYHbIX XXMUPHbIX KACNOT NpeacTas-
naet cobow ofgHO U3 Hanbosee pacnpPoOCTPaHEHHbIX HAPYLLUEHWI (B-OKNCIEHUA KUPHbIX
KNcnoT. [pumeHeHne TaHAEeMHOI Macc-CrekTPOMEeTpUN A MeTaboIMyeckoro CKpUHMH-
ra HOBOPOXKAEHHbIX BO MHOMMX CTPaHax Mypa No3BOJIAO flyylle OLEeHUTb pacnpocTpa-
HeHHOCTb Aeduuymnta MCAD [9-11]. Mo AaHHBIM MHOCTPAHHbIX AaBTOPOB, CPeAHsA 3abo-
neBaemMocTb cpefu 6onee yem 8 MUINIMOHOB HOBOPOXEHHbIX cocTaBnAna 1 cnyyam Ha
14 600 xnBOpPOXKAEHUI C Arana3zoHom oT 1 cinyyas Ha 13 500 go 1 cnyyasa Ha 15 900 xumBo-
poxgeHuni [12]. B Poccnn yacToTta BCTpeyaeMocT AaHHOWM natonorum pasHa 1:15 000 [2].

Jeduvunt MCAD yxyawaeT cHabxeHre sHepruel nepudepuuecknx TkaHen nocpes-
CTBOM KeToreHesa, yCunmBaeT 3aBMCUMOCTb OT [JTI0KO3bl 1 yBENNUYMBAET ee noTpebneHune
[1]. 3aboneBaHue B 6oNbLUMHCTBE ClyyaeB MaHudecTpyeT B Bo3pacTte oT 3 Ao 24 mecs-
ues, npu 3tom 10-40% cnyyaeB NPOABAAIOTCA B Neprofe HOBOPOXKAEHHOCTU. B 5% cny-
YyaeB CMepTb AeTelr NPOUCXoAnT B nepBble AHW »K13HU. OKkono 20% nauneHToB ymuparoTt
[0 yCTaHOBNeHWA ArarHosa [13, 14]. KnuHuueckn 3aboneBaHve NposABnaeTca CUHAPOMOM
yrHeteHusa LIHC, coHnmBocTbio 1 pBOTOM Ha doHe MHOEKUMOHHbIX 3aboneBaHuii, roso-
JaHWA UK NpY OMnepaTUBHbIX BMeLIaTeNbCTBaxX. Y HEKOTOPbIX NaLMeHTOB OTMeYaeTcA
MeTabonnyeckuin Kpmns, HECMOTPA Ha U36bITOYHOE HAKOMJIEHVEe KETOHOBbIX TeN U HOp-
ManbHYI KOHLEHTpaLMio MoKO3bl B KPOBU. B nepuoa Kprisa oTMeualoTca COHNMMBOCTD,
pBOTa, AbIXaTeslbHasA HeJOCTaTOUHOCTb, CYAOPOry, renaTomeranus, a Takxe obicTpoe pas-
BUTUE CepAeUHON HepocTaTouHOCTU. Npun npoefdeHnn dKI MmoxeT HabnoaaTbCa cnew-
ndnueckan nonumopdHas »Keny[oukoBan TaxMKapana B Buae xapakTepHbix torsades de
pointes (dp. — «CKpyUYeHHble LHYPKW»), NN >Kely[ouKoBan TaxMKapama Tuna «nmpysT».
Mpn ocmoTpe obpaluaeT Ha cebA BHUMaHKEe BbipaXKeHHan renatomeranus, o6ycnoBeH-
HaA pa3sutnem Pelie-nogobHoro cuHapoma [2, 15]. Mpu ructonornyeckom nccnenoBa-
HUW NpenapaTa NneyeHn BbIABAAETCA KMPOBOW renaTtos, yBenmyeHune WmpuHbl MUTOXOH-
LpVianbHOM MeMOpaHbl, 3NEKTPOHHO-MOTHBIN MUTOXOHAPWANbHbLI MaTpuKc [16, 17].
MeXnpucTynHbi neprop npoTtekaeT 6naronpuaTHo, y 80% naumneHToB OTMeYaeTca Hop-
ManbHOE HePBHO-MCUXMYECKOe Pa3BUTME C MOMHbIM OTCYTCTBMEM APYrvMX NPU3HAKOB
natonoruu [2, 15].
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KpaTHoCTb Nnpyema Ny B 3aBUCMMOCTY OT BO3pacTa nayueHTa [2]
Meal frequency depending on the patient’s age [2]

BospacT naumneHTa KpaTHocTb npuema nuwym

0-1 mecay, Kaxgable 3 yaca, BKntoYaa HOYHOWM nepuos

1-6 mecsaueB Kaxgable 4 yaca, BKNtoYaa HOYHOM Nepunos

6-12 mecaues Kaxpgpble 4 yaca, HOYHOW nepepbIB 6 YacoB
1-3ropa Kaxkgple 4 yaca, HouHol nepepbis 10 (12) yacos
cTapuwe 4 net Kaxpaple 4 yaca, HouHol nepepbis 10 (12) yacos

CoBpemeHHasa meauumMHa He pa3paboTana cnocoboB fleyeHns, HanpaBfieHHbIX Ha
naToreHeTMYeckre MexaHu3mbl pa3BuTUA 3abonesaHus. MNpu MCADD pa3BuBaeTcs BTO-
PUYHBIN fedULUT KapHUTUHA, OOYC/TIOBNEHHDIN aKTUBHbIM BbIBEAEHNEM C MOYOWN KOHb-
OraToB KapHUTMHA C TOKCMYHbBIMK OpraHuyeckumm Kucnotamu [1, 18, 19]. ObpasoBaHue
auMKapHUTUHOB, Kak NpPaBuio, CBA3aHO C MeTabonnuecKMMN HapyLleHUAMMN BO BpeMs
KpV30B, O|HAKO NPUUYMHON MOXET BbICTYNaTb M NPUMEHEHWe BasibMpPOEeBON KUCIOTbI
ONA KOppeKUUn HeBPONOrMyeckmnx HapylieHnin y naumeHTtos [20]. CnopHbIM BONPOCOM
ABnaeTca 3GHGeKTUBHOCTb NPUMEHEHNA NeBOKapHUTHA Y naumeHToB ¢ MCADD. Tem He
MeHee, BbICKa3aHO NpeAnosioXeHre 0 ToM, UTo fJobaBneHne L-kapHuTMHa moxeT obner-
UMTb BblBE[lEHME KOHBIOraTOB KaPHUTMHA C TOKCUUYHBIMI MeTabonmMTamy BMeCcTe C MOYOM
[21]. EAnHbIE peKoMmeHAaUUN MO NpuMeHeHuto neBokapHutuHa npy MCADD otcyTcTBy-
t0T. B nccnepoBaHmAx nepeHoCnMoCcTy GU3NUYECKNX Harpy3oK Y nauneHToB ¢ Aeduumtom
MCAD 6b1510 NOKa3aHo, UTO MPYMEHEHVe NeBOKapPHUTNHA B f031PoBKe 100 Mr/Kr/cyTKu
He BNMAET Ha NepeHOCMMOCTb GU3NYeCKon Harpy3Kkm [22]. HekoTopble Bpaun peKoMeHay-
0T MCMONb30BaTh HU3KKE [03bl IEBOKAPHUTUHA, €CNIN YPOBEHb CBOOOJHOIO KapHUTMHA
B KPOBW HVKe HOPMbI, €CTb PUCK Pa3BMTUA TOWHOTHI, AMapen, abgommnHanbHom 6onu, a
TaKkxe cneyndrueckoro «pblibHOro 3anaxa», 06yc/oBneHHoro obpasoBaHeM TPUMETUN-
aMunHa. Ha coBpemeHHOM 3Tare, Mo MHeHWo 60NbLWNHCTBA CNeLNancToB, peKOMeHayeT-
CA Npriem eBOKapHUTKHA B fo3e 50—100 Mr/Kr/CyTKu C Liefibio KOMMeHcaLmnm BTOPUYHOTO
peduunTta KapHuTUHa [2, 22, 23].

[na KoropTbl NaLMeHTOB, Y KOTOPbIX 3aboneBaHve BbIABNEHO MPW HeOHaTaslbHOM
CKPUHWHIe, CYLeCTBYIOT Mepbl AneToTepanuu, BKoYaloLwme cobniofeHne NHTepBasnos
MeXIy KopmNieHnAMU He 6onee 3-4 4acoB ANA [OHOLIEHHbIX JeTel, NoKa JMarHo3 He
OyneT NoATBEPXKAEH WM UCKIIIOYEH Ha OCHOBAaHWM AOMOMHUTENbHbIX TECTOB, a TakXe
cobniopeHne «6e3onacHbIX» UHTEPBANOB MeXAY KOPMJIEHUAMU AJIA HOBOPOXAEHHbIX
C YCTaHOBNEHHbIM AnarHo3oM. C Lenblo JOCTUXEHWSA HEOOXOANMOW MOTPEOHOCTM B Ka-
nopuAX pekoMeHAyeTcA AONOMHUTL MWUTaHue afanTUPOBaHHOW MOJIOYHOW CMecbio B
TeueHue nepBbix 72 YacoB. B Tabnuue ykaszaHo, UTo BCeM NauMeHTaM C YCTaHOBJIEHHbIM
anarHozom MCADD pekomeHpayeTca cobniofaTb MHTEPBabl MeXay npueMamMm Ny He
6onee 3-4 yacoB ANA NpefOTBPALLEHNA PAa3BUTHA FTMMOMIMKEMUYECKUX COCTOAHMIA. B cny-
yanx, Korga passuiacb meTabonnyeckasa gekomneHcaumsa (pekyppeHTHble 3aboneBaHus,
onepaTvBHble BMeLLaTeNbCTBa U Ap.), PeKOMeHAyeTCA BbiNanBaHue pacTBopamu, coaep-
Xalymy nonnmep [eKCTPO3bl, NPOBeAeHNe BHYTPYBEHHOW NHQY3MOHHONM Tepanun pac-
TBOpPaMu, COAepKalMMn AeKcTposy [2, 24, 25].

B LIEJTb PABOTbI
Onuncatb KNMHWYeCKUI cnyydam geduunta aumn-KoA-gerngporeHasnl cpegHeLienovey-
HbIX >KMPHbIX KNCNOT y pebeHKa ¢ AeboTom 3aboneBaHus nocsne 2 feT.
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B MATEPWAJIbl N METObI

PaccmMoTpeH KnvHMYecKui ciyyal naumMeHTa C AMarHo3oM: AereHepatmBHoe 3a-
6oneBaHMe HepBHOW CUCTeMbl. HapylleHne MUTOXOHAPWANIbHOrO [-OKUCIEHUA KUp-
HbIX KucnoT. JedpnunT cpenHeuenoyeyHon auun-KoA-germaporeHasbl XUPHbIX KUCIOT,
obycnoBneHHbIN MyTaumamm ¢.1027G>A/c.125C>T B reHe ACADM B KomnayHA-reTepo3u-
FOTHOM COCTOAHUM. [MNOrNMKeMUYEeCKMe COCTOAHNA B aHaMHe3e. Hauano 3aboneBaHus ¢
«3HUedanuTonogobHoro» coctosiHmA Ha doHe OPBU. 3a nepriog o6cnegoBaHus 6binin Bbl-
MOJMHEHbI: MONEKYNAPHO-TEHETUYECKOE UCCNIE[0BAHME KPOBY Ha BbIABMIEHME YaCTbIX My-
Tauum mutoxoHgpuanbHon [HK, nonHosK30MHOe cekBeHUpoBaHue no CaHrepy, TaHaem-
HaA Macc-crnekTpomeTpus (TMC), MarHUTHO-pe3oHaHcHas Tomorpadua (MPT) ronoBHoro
MO3ra, YNbTPa3ByKOBOe UCCNefoBaHNe OpraHoB GPIOLLIHON MOMIOCTY U OpraHoB 3abpto-
LUMHHOMO MPOCTPAHCTBA, NIeKTpoKapamnorpadus, sxokapanorpadus, peHTreHorpadma
Ta300epeHHbIX CYCTaBOB, BUAe03eKTposHLedbanorpadusa (Bnageo-33r).

B KJIMHUYECKUW CNTYYAI

MaumeHT A., 27.09.2018 1. p. /I3 aHamHe3a »KN3HW N3BECTHO, YTO PeBGEHOK OT TPeTbel
6epeMeHHOCTH, MPOTEKaBLLEN aflKo, BTOPbIX CAMOCTOATENIbHbIX POAOB B CPOK Ha 39-1
Hepene. [Neproa HOBOPOXAEHHOCTM NpoTeKan 6e3 ocobeHHocTel. McrxomoTopHOE pas-
BMTUE COOTBETCTBOBAJIO SMMKPU3HbIM CPOKaM: CAETb Hayan B 6 MecALEeB, XOQUTb — B
11 mecAues, pasroBaprBaTb MPOCTbIMU NPEeOSIOKEHUAMM — B 2 rofa, HaBblK/ ONPATHO-
¢t cdopmmpoBaHbl B 2 roda. [lo MOMeHTa pa3BUTMA NepPBbIX KIMMHNYECKMX CUMATOMOB
cynTancs 340poBbiM pebeHKoM. ANNepronornyecknin 1 HacnefCTBEHHbI aHaMHe3bl He
oTAroLeHbl. M3 nepeHeceHHbIX 3a60neBaHN MaTb OTMEYaeT BETPAHYO OCny B 2 rofa,
yactble OPBW. lebtoT 3aboneBaHus B Bo3pacTe 2 neT 2 mecaues (12.11.2020). Havyano 3a-
6oneBaHuA NpoTeKasno Mo TNy reHepann3oBaHHON UHdeKUUN C HapylueHneM byHKUMK
XKenynoUYHO-KMLLIEYHOro TpaKTa, pecnnpaTopHbIX OPraHoB, HEPBHOW cnucTtemMbl. 16.11.2020
OblS1 FOCNMTANM3UPOBaH B OTAENeHVe peaHMaLUN B CBA3M C PE3KUM yXyLLLIEHNEM COCTO-
AHNA B BUE HapacTaHUA 06LeMO3roBol CMMMATOMATUKN: PBOTA, HapyLUeHWe CO3HaHus,
cypoporu. MpoBefeHo nccnefoBaHNe NMKBOPa: BbisiBlleHa OeJIKOBO-K/eTouHasa accoLu-
auma. Ha MPT ronosHoro mo3ra ot 23.11.2020 KapTuHa neiko3aHLedanonatum ¢ npenmy-
L|eCTBEHHbIM NopaKeHneM NogKOPKOBbIX AAep.

YcTaHOBREH AnarHo3: naHsHuedbanuT BUPYCHOM 3TMonorum. HecMotpa Ha neyeHue —
BaNbMpoeBas KUC/0Ta, KNOoHa3enam, No gaHHbIM Herposusyanusaunn (MPT ronosHoro
Mo3ra ot 27.01.2021) umeno mecto rpyboe nopakeHue BelLecTBa roJIOBHOro Mo3ra C
BOB/IeYeHNeM ceporo 1 6enoro BeLlecTBa, MOAKOPKOBbIX Aflep, HOXEK MO3ra C nocneay-
towen 3amecTuTenbHon rugpouedanvenn (puc. 1), KNMHUYECKN COMPOBOXKAABLUEECS Bbl-
pa)keHHbIM CNacTMYeCK M TeTpanape3oM, yTpaTol BbICLIMX KOPKOBbIX GYHKLUWIA, Cy[opo-
ramu.

B cBA3M € TAXECTbIO COCTOAHMA NPOBEefEeHa TeNeKOHCYNbTaumaA ¢ defepanbHbIM LeH-
TPOM I. MOCKBbI, BbICTaB/IEH AMAarHO3: OpraHNYecKoe nopaxeHme rosIoBHOro Mo3ra Co-
yeTaHHoe (MHOEKUNOHHO-MeTabonMyeckoro reHesa). JKCTpanupamMuaHblii CUHAPOM.
CnacTtunyeckuin TeTpanapes. bynbbapHo-nceBnobynbbapHbIn CUHAPOM. Perpecc BbiCLMX
KopKoBbIX GyHKUMIA. CTPYKTYpHas anunencus, nonumopdHbie NpucTynbl.

PekomeHpoBaHo poobcnepoBaHme: TMC — BbIIBIEHO MOBbILEHME YPOBHA arna-
HUHa go 1004,35 mMKmosnb/n (Hopma <853 MKMOJb/N), YTO MOrO ObiTb CBA3AHO C Mo-
BbILWEHHbIM YPOBHEM naKTaTa. YpOBeHb flakTaTa B KPOBW B Mnpefenax HOopManbHbIX
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A B

Puc. 1. MPT ronoBHoro mosra: A — B akcuasibHOI npoekuunm, B - B carutranbHoi npoekunn
Fig. 1. MRI of the brain: A - in axial projection, B - in sagittal projection

3HayeHun: 1,2 Mmonb/n — HaTowak, 1,2 MMOnb/N — Nocne yrneBoAHOW Harpysku (Hopma
0,5-2,2 mmonb/n).

YumntbiBas gaHHble TMC, pebeHKy 6bl10 NOKa3aHO MONeKyNAPHO-reHeTMYyecKoe nccie-
[0BaHME KPOBW Ha BbIsIBNIEHME YacTbIX MyTauuii MutoxoHapuanbHoi [HK, nelikosHueda-
nonatuu, cuHgpoma Jin. MyTtauum mutoxoHapuransHon IHK He nonyyeHo.

[lna nonyyeHma BbICOKOKBaNMLMPOBaHHOW NomoLn pebeHok B anpese 2021 r. 6bin
HanpaeJieH B peaepasnbHbIl LeHTP . MOCKBbI.

A B

Puc. 2. MPT ronoBHoro mosra: A — Bo ¢ppoHTanbHoO NpoeKyun, B - B akcnanbHo npoekyun
Fig. 2. MRI of the brain: A - in frontal projection, B - in axial projection
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KnuHnueckuii cnyyvam .
Case Report

C uenblo fMHAMNYECKOro KOHTpoNA nposefeHa Buaeo-33I. HaeKkc npeacraBneHHoO-
TV anunenTuGopmMHOM akTMBHOCTU B D3I cHa cpepHuin 30-50%. HasHaueHa npoTmBoO-
CYLOpOXHaA Tepanua B BrAe KOMOMHAL M BanbnpoeBO KUCOTbI ¢ TonnpamaTtom. Mpu
NOBTOPHbIX rocnuUTanusauusx ¢ nonsa 2021 r. no ceHTa6pb 2021 r. No AaHHbIM BUeo-33[-
MOHUTOPWHIa — NONOXKWTENIbHAA AUHAMUKA B BUAE YMEHbLUEHUA 1 NOCNeayoLwwen peaykK-
Unm anmnenTuGOpPMHON akTUBHOCTN.

MPT ronosHoro mo3ra ot 01.09.2022: KapT1Ha CUMMETPUYHOIO NOPaKeHUA NoAKop-
KOBbIX CTPYKTYP C YMEHbLUEHNEM pa3mepoB, CUMMETPUYHOIO MNOPakeHMA CYynpaBeHTpu-
KynApHOro Belyectsa 60nbLIMX NoNyLwapuii 1 B 061acT HOXEK MO3ra; Herpybbix aTpo-
buryecknx n3meHeHn BelecTsa 6onblumx nonywapuii (puc. 2). UameHeHna moryT 6biTb
nocneacTBUAMUN NEPEHECEHHOTO NaH3HUedanmTa.

B mexrocnurtanbHbI neprof y pebeHka Habnoganncb metabonunueckme Kpusbl € ne-
pvioguyHocTbio 1 pa3 B 3—-4 mecaua.

Mpu monekynApHO-reHeTUYeCckom o6CnefoBaHUN — MONIHOSK30MHOE CeKBEHMPOBa-
Hue 20.12.2021 - BbIABNEH paHee He OMMCaHHbIN BapmaHT HYKIEOTMAHOWN nocnenoBa-
TenbHocTU B 1 3k30He reHa ACADM B reTepo3nroTHOM COCTOAHUN, MPUBOAALLNI K 3aMmeHe
aMUHOKMCNOTbI B 343 no3numu 6enka, — ACADM chr1: 76226888 c.1027G>A p. Glu343Lys.
BblABNeH paHee He ONMCaHHbIN BapUaHT HYKNEOTUAHOWN NOC/ef0BaTeIbHOCTM B 3-M 3K30-
He reHa ACADM B reTepo3uroTHOM COCTOAHUK, NPUBOAALWMNI K 3aMeHEe aMUHOKMCIIOTbI B
42 no3unumm 6enka, — ACADM chr1: 76198335 ¢.125C>T p. Thr42Leu. Mpwu aHanu3e Tpro no
CaHrepy (npobaHp 1 poauTenn) NOATBEPXKAEHO KOMMayHA-reTepo3nroTHoe COCToAHUe.
Y oTua npobaHpaa BbiABeH HykneoTnaHbin BapraHT ACADM chr1: 76226888 ¢.1027G>A
B retepo3urotHoM coctoAHum B reHe ACADM, HykneotugHbii BapuaHt ACADM chrl:
76198335 c.125C>T He BbifiBNeH. Y MaTepu npobaHAa BbliABMEH HYKNeoTUAHbIA Bapu-
aHT ACADM chr1: 76198335 c.125C>T, HykneoTuaHbIn BapraHT ACADM chr1: 76226888
C.1027G>A He BbIAAB/EH.

YcTaHOBNEH AnarHo3: fJereHepaTrBHOe 3aboneBaHre HepBHOW cucTeMbl. HapylueHune
MUTOXOHAPWANBHOIO B-OKNCIEHUA XKUPHbIX KNCNOT. edunumnT cpegHelenoyeyHom auun-
KoA-pervaporeHasbl }KUPHbIX KUCNOT, 00ycnoBneHHbIn MyTauuamu B reHe ACADM B Kom-
nayHA-reTepo3nroTHOM COCTOAHUN. MNornuKeMmnyeckre COCTOAHNA B aHaMHe3e.

JleyeHune naymeHTa TpebyeT KOMMIEKCHOrO MOAXOAa, OCHOBOW KOTOPOro ABAAETCA
CTporasa MHTepBanbHaA AMeTa C neprogamu no 3-4 yaca mexagy npmemamu nuwm. He-
06X04MMO VICKITIOUEHME 13 PauMoHa XKUPHbIX KUCOT ¢ annHon uenu C8 nnm C10, ynctoro
KOKOCa 1 KOKOCOBOIO Maca, 60/1bLIOro KOMUecTBa XMUpoB. na koppekuumn metabonu-
YeCKMX HapyLIeHni TpebyeTca KOHTPONMPOBATb YPOBEHb KaPHUTKHA U MPUMEHATb JIeBO-
KapHUTWH B fo3poBKe 100 Mr/Kr/cyTku. KU3HEHHO HEOOXOAUMBIM ABNAETCA KOHTPOJb
YPOBHSA IOKO3bl KPOBY C LieNblo NPOPUNaKTUKNA FUMOMMKEMUYECKUX COCTOAHWIA, Mo-
CKOJIbKY MMEHHO OHU ABNATCA OCHOBOWM MeTabonmuyeckrx Kpusos, NPUBOAALLMX K He-
06paTUMbIM HEBPONOTMYECKMM HapyLUeHUAM, BNIOTb A0 neTanbHoro ucxoga. C uenbio
peabunuTaumm nayueHTa paspaboTaHbl KOMMMEKC anmnapaTHbiX npolenyp v nedyebHan
bU3KynbTypa, HanpaeeHHble Ha BOCCTAaHOB/EHME MbILLIEYHOrO TOHYCa.

Ha ¢oHe oTmMeHbl Mpriema npenapaTta BasibMpPOeBON KUCNOTbl COCTOAHME pebeHKa
YAYULIMAOCh, KOIMYECTBO MeTabonmnyeckrx Kprn3oB pe3Kko YMeHbLUUIoCh. B HacToAwui
MOMEHT MauMeHT MoNlyyaeT Ha3HaUeHHYo Tepanuio B MONHOM 06beme, COCTOAHME CTa-
6unbHoe.
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B 3AKJTIOMEHUNE

JaHHbIN KNUHMYecKUn cnydan geduunTa auun-KoA-gerngporeHasbl cpefHeLenoyey-

HbIX XXUPHbBIX KMCOT HarMsaAHO AEMOHCTPUPYET CIOKHOCTb ANArHOCTUKM 3aboneBaHui
13 rpynnbl HapyLUEeHW 06MEHa »KMPHbIX KNCIOT Ha COBPEMeHHOM 3Tane. HecBoeBpemeH-
HasA MoCTaHOBKa AMarHo3a NprBOAUT K HEOOPATVMbIM MOCNEeLCTBUAM, KOTOpble 3Hauu-
TENbHO YXYALWAKT KauecTBO XW3HU NauueHTa. BHegpeHvie paclumpeHHOro CKpUHWHIA Y
HOBOPOXKAEHHbIX MOMOXET BbIAABUTb 3ab0NeBaHVe Ha PaHHEN CTagumn 1 HauyaTb ledeHne
[0 Pa3BUTUA KIIMHUYECKMX CUMMTOMOB, TEM CaMbIM NMPEAOTBPATUB OCNIOKHEHNA U MeTa-
6onunueckre Kpusbl y geTei.
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