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HacneactBeHHbIe HapyLLleHUs MUTOXOHAPHaAbHOIO 6eTa-0KNUCIEHNS UPHbIX KUC0T — reTeporeHHas rpynna HacaeCTBEeH-
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MPUBOAMT K MOPAXKEHMIO LIEHTPAIbHON HEPBHOM CUCTEMbI, CKEJIETHOM MYCKYAaTypbl, CEPAEYHO-COCYANCTON CUCTEMBI, NMeYe-
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BBEJAEHME OCYyLWECTBAAOWMNX MUTOXOHAPUANbHOE OGeTa-oKUCNeHne
HapylieHnss MUTOXOHAPWANbHOro GETa-OKUCIEHUS KUP- KUPHbBIX KMCNOT U TPaAHCNOPT KapHUTMHA B MUTOXOHAPU-
HbIX KMCNOT — rpynna HacneacTBEHHbIX 3abosieBaHUM, ax [1]. MeTabo/iM3M XUPHbIX KUCIOT NPOUCXOAUT B MUTO-
BO3HMKaIOWMX BCNeACTBME HEeOOCTaTOHHOCTU GpepMeEHTOB, XOHAPUSAX C MOMOLLbIO Kackaga GMOXMMUYECKUX peaKLun,
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Congenital mitochondrial fatty acid beta-oxidation disorders are a heterogeneous group of metabolic disorders characterized by
impaired fatty acid metabolism in mitochondria. It results in central nervous system, skeletal muscle, cardiovascular system, and liver
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BK/IIOYAIOLLMX B C€651 TPAHCMOPT KUPHbIX KUCNOT B MUTOXOHA-
puK, UX NO3TanHylo Aerpagaumio Ao auetun-KoA, KoTopbin
3aTeM BK/IOYAETCH B MPOLLECC OKUCAUTENbHOro dochopu-
nmpoBaHusa [2]. OCHOBHbIM OGUOXMMMUYECKUM MPOSBIEHUEM
60/1bLUIMHCTBA 3ab60NEeBaHNIN AaHHOWM rPynnbl ABASETCA HEKe-
TOTMYECKas MMMNOMIMKEMUS, KOTopas BO3HUKAET nocne aau-
TenbHOro ronoganus [1, 2]. HeketotMyeckas runornmkemus,
UCTOLLEHNE 3HEePreTUYEeCKUX PecypcoB, HAKOMAEHUE U TOK-
CUYeCKoe JEeNCTBME MKUPHbLIX KWUCNOT BCMEACTBME HeaocTa-
TOYHOCTU HEPMEHTOB MPUBOAMT K Pa3BUTUIO KIMHWYECKOM
CUMMNTOMATUKKU NO TUNYy CUHAPOMa Pene, KapaMoMmuonatuu,
MMOMNATUYECKUX UBMEHEHMI, MOPaXKeHUs neyeHun [2].

B uucne HapyleHWn MWUTOXOHAPMANbHOro 6GeTa-OKMUC-
NIEHUS XKMPHbIX KWUCNOT BblgenstoT 11 HacneacTBEHHbIX
3a60neBaHNin (BCE — C ayTOCOMHO-PELLECCUBHbIM TUMOM
HacnegoBaHus), U3 HuUx 4 cBsi3aHbl C HeLOCTaTO4YHOCTbIO
GepMeHTOB, NPMBOASALWMX K HApYyLIEHUIO 0OMeEHa KapHUTUHA
W TpaHCnopTa XMPHbIX KUCNOT, 7 — C HEefOCTaTO4YHOCTbIO
GepmeHTOB, NPUBOASLLMX K HApyLEHNIO MUTOXOHAPUANbHO-
ro 6eta-okucneHus (taén. 1) [3, 4]. K naHHomn rpynne 3a6o0-
NeBaHUN TaKKe OTHOCAT HeaoCTaToMHOCTb aunn-KoA perma-
poreHasbl 9 (HeaoCTaTO4YHOCTb | KOMMAEeKca AbixaTelbHOM
uenu mutoxoHapun, Tmn 20) (reH ACAD9) 1 He[oCTaTO4YHOCTb
MUTOXOHAPHANbHOM KOPOTKOLlenoYe4yHon eHounn-KoA ruapa-
Tasbl (reH ECHS1) [5]. Mo TaxkecTu 1 Bo3pacTy MmaHudecTa-
UMM pasnnyaloT HeoHaTallbHylo, AETCKYD (MHOAHTWUIbHYIO)
M NO3AHI00 (B3pocnyto) popMbl 3abonesanun [2, 3].

Yactota 3aboneBaHWi JaHHOW rpynnbl BapbupyeT oT
1 : 20 000 (HegocTaTO4YHOCTb cpeaHeLienovyeyHon aumn-KoA
nernaporeHasbl) 4o 1 : 500 000 (HegoCTaTO4HOCTb KAPHUTUH
nanbMutTomMnTpaHchepasbl 1) KMBbIX HOBOPOXKAEHHbLIX [3].
B pazHbIx nonynsumsax 4yactota pasnnyHblX HapyweHUn MUTo-
XOHAPUANbHOIO 6eTa-OKUCIEHUS TaKKe MOXKET 3HAYUTENbHO
BapbupoBaTb. Hanpumep, B CeBepHow EBpone yactoTa
HeAoCTaTOYHOCTU cpefHelenodeyHon auun-KoA permapo-
reHasbl coctaBngeT 1: 20 000 KUBbIX HOBOPOXKAEHHbIX [3].

KIMHUYECKASA KAPTUHA

KnuHuyeckre nposiBNeHUsS HapyleHWn MUTOXOHAPUASb-
HOro 6€eTa-OKUCIEHUS KUPHBIX KMCNOT YacTo pa3BMBaloTCA
W YCUNMBAIOTCS MPW NPOAOSIKUTENBHON U/UNN UHTEHCUBHOM
dU3MYECKON HarpysKe, UHTEPKYPPEHTHbIX MHDEKLMSAX U FON0-
JaHUU, NPUBOASALWMX K YCUNIEHUIO KaTaboiM3ma ATMHHOLEeNo-

YeYHbIX }MPHbIX KNCnoT [1, 6]. Hanbonee 4acTbiMu KNMHUYEC-
KUMKW NPOSIBNEHUSIMU NPU HeoHaTanbHbIX U UHDAHTUABHBIX
dopmax 3aboneBaHni gaHHOK rpynnbl geastoTes [1—3]:

e MeTabonMyecKne Kpu3bl, NPOABASIOLLMECS MPUCTyNamu
BSAJIOCTU, cNaboCTH, COHNMBOCTH, AblXxaTeNbHON HeaocTa-
TOYHOCTHM, BNAOTb A0 Pa3BUTUS KOMbI, PBOTa, CYAOPOXK-
HbIM CUHAPOM (NPOSIBNEHUA 3HUedanonaTnm);

° renaTtoMeranus;

e anddy3Haa MbllleYHas rMNOTOHUS, MbllleYyHas cnabocCTb.
Muanrus n pabgoMmuon3 XxapaKTepHbl AN HeLoCTaTou-

HOCTM KapHWUTUH nanbMutToMnTpaHchepasbl |l, KapHWUTUH-

AUMNKAPHWUTUH TPaHC/IOKa3bl, OYeHb [ANMHHOLENOYEYHOM

auunn-KoA perngporeHasbl, MUTOXOHAPWaAbHOro TPUDYHKLMO-

HanbHOro 6enKa, AIMHHOLLENOYeYHON 3-ruapoKcuaunn-KoA

AervaporeHasbl, rnyTapoBon aungemuu, tun Il [7].
lNepugpepunyeckas mnoamHenponaTUsi AMArHOCTUpyeTcs

npyv HeAOCTAaTOYHOCTU MWTOXOHAPUANbHOro TPUDYHKLMO-

HanbHOro 6enka W HeaoCTaTOYHOCTU [TMHHOLLENOYEYHOM

3-ruapokcraumnn-KoA germaporenassi [1, 8].
Kapanomuonatns BbISBNSIETCA Yy NALMEHTOB C NepBUY-

HOW HeAoCTAaTOYHOCTbIO KapHWTMHA, HEeAO0CTATOYHOCTbIO

KapHWUTUH nanbmuToMATpaHcdepasbl |, HeJoCTaTOYHOCTbLIO

KapHUTUH-aLUUNKaPHUTUH TPaHCNOKa3bl, HEAOCTAaTOYHOCTbIO

04eHb AMHHOLenoYevyHon aunn-KoA aermaporeHassl, Hefo-

CTATOYHOCTbIO MMUTOXOHAPWUANbHOrO0 TPUDYHKLIMOHANBHOIO

6enKa, AnMHHoueno4Yye4yHon 3-ruapokcunaumn-KoA agermapo-

reHasbl, KapHUTUH NanbmuTOMNTPaHchepasbl |, rnyraposon

aumngemun, Tmn I [9, 10].

HapyweHnsi putma cepgua Hanbonee 4acto AUarHoCTU-
pYOT MPU HEAOCTAaTOYHOCTM KAPHUTUH MaSbMUTOMATPAHC-
depasbl |l, HEeaoOCTaTOYHOCTU KaPHUTUH-AUMIKAPHUTUH
TpaHCNoKa3sbl, HeAOCTAaTOYHOCTU O4YEeHb AJIMHHOLENOYEYHOWM
aumn-KoA pervaporeHasbl, HEJ0CTAaTOYHOCTM MWTOXOHAPW-
anbHOro TpUOYHKLMOHANbHOro 6efka, HeaoCTaTOYHOCTU
[VIMHHOLeNno4Ye4YyHon 3-rnapokcuaumn-KoA gervaporeHassbl,
HeaoCTaTOYHOCTM cpedHeLlenoYyeyHor aumn-KoA aervapore-
Ha3bl, rMyTapoBon aumaemuu, Tin Il [9, 11].

JinyeBble gucMopdumn BbISBASAIOTCA Y AeTen ¢ HepocTa-
TOYHOCTbIO KAPHUTKH NanbMuUTOUNTPaHcdepasbl Il 1 rnytapo-
BOM aumaemuen, tun |l [12].

Hegpomeranus u nopaKeHne rnoYeK xapakTepHbl 4ns HeJo-
CTaTOYHOCTU KapHWUTWH NanbmuTOUNTpaHchepassbl |, HegocTa-
TOYHOCTU KapHUTUH nanbmutounTpaHcdepassl Il, rmyraposon

Ta6nuua 1. 3a6oneBaHuns rpynnbl HapyLIEHUA MUTOXOHAPUAIbHOIO 6eTa-0KUCNEHNUS MUPHBIX KUCNOT [3—5]
Table 1. Diseases from the group of mitochondrial fatty acid beta-oxidation disorders [3-5]

3a6oneBaHue Koa OMIM leH
HapyweHns o6MeHa KapHUTHHA
MepBUYHasA HeAOCTaTOYHOCTb KAPHUTUHA 212140 SLC22A5
HepoctaTo4yHOCTb KAPHUTUH NanbMUTOUNTPaHcdepasbl | 255120 CPT1A
HepoctaTo4yHOCTb KAPHUTUH-aUUIKAaPHUTUH TPAHCI0Ka3bl 212138 SLC25A20
HepoctaTo4yHOCTb KAPHUTKH NanbMUTOUNTPaHCchepasbl I 255110, 608836, 600649 CPT2
HapylueHnss MUTOXOHAPHa/NIbHOIO 6eTa-OKNC/IEeHUS JXMPHbIX KNUC/IOT
Hepoctato4HOCTb KOpPOTKOLLENoYeyYHom auunn-KoA germaporeHasbl 201470 ACADS
HepoctaTto4yHOCTb cpegHeuenoyeqHon aumn-KoA gerngporeHassl 201450 ACADM
Hepoctato4HOCTb O4eHb AnnHHOLenoveyHom aumnn-KoA germaporeHassl 201475 ACADVL
Hepoctato4yHOCTb KOpOTKOLLeNoYeyYHow 3-ruapokcranmn-KoA aerngporeHassl 231530 SCHAD
Hepoctato4yHOCTb ANMHHOLLENOYeYHOM 3-ruapoKcranmn-KoA gernaporeHasbl 609016 HADHA
HepoctaTo4HOCTb MUTOXOHAPUANBHOMO TPUPYHKLMOHANbHOrO 6enKa 609015 HADHA
[nytapoBas aumaemus, Tun Il (MHOXXeCTBEHHasn HeJoCTaTO4HOCTb aunn-KoA gernaporeHas) 231680 ETFB, ETFA, ETFDH
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aungemun, Tvn Il [13]. Kpome Toro, npu HEAOCTAaTOYHOCTU Kap-
HUTUH NanbMuTOMNTPaHCchepasbl |l 1 ryTapoBoOW auugemuu,
™ Il, MOryT 6bITb OGHApPYXKEHbI KUCThI B roYkax [10].

[MUrMeHTHbIN PETUHUT AUArHOCTUPYeTCs y NauueHToB
C HEeAoCTaTOYHOCTbIO MUTOXOHAPUANLHOMO TPUOYHKLIMOHAMb-
HOoro 6enKa M [NMHHOLENo4YeYHOW 3-ruapoKcumaunn-KoA
nerngporeHassb [3, 10].

Mpu rnytapoBon auugemuu, Tmn I, BOSMOXHO nosiBre-
HWe HENPUATHOrO 3anaxa 0T MOYM NauMeHTa (3anax NoTHbIX
Hor) [3, 10].

[Mpn cb6ope ceMenHOoro aHamHe3a Heo6x0aAMMO YYUTbIBaATb,
4TO y MaTepen AeTein C HeAOoCTaTOYHOCTbIO MUTOXOHAPWAb-
HOro TPUOYHKLUMOHaNbHOro 6enka, HefoCTaTOYHOCTbIO AUH-
HoLeno4YyeyHon 3-rmapokcuaumn-KoA pernaporeHasbl, Heao-
CTaTOYHOCTbIO KaPHWUTUH NanbMuUTOMNTPaHchepasbl | yacTo
passuBaetcs HELLP-cuHApPOM — OCNOXHEHWEe G6epeMeHHO-
CTU, NpOTEKAlOLLEE C PBOTOM, HApyLWEHUEM PYHKLIMKU MEYEHH,
renatoMerannem, UMToAM30M, runepbunnpybuHemmnen [14].

Muonatnyeckue (B3pocssie) GopMbl HaPYLIEHUS MUTO-
XOHAPWANbHOro 6eTa-OKUCNEHUS KUPHbBIX KUCNOT 0O6bIYHO
MaHUECTUPYIOT Ha 2—3-M OECATUNETUN KU3HK (B NOAPOCT-
KOBOM M B3POC/IOM BO3pacTe) HEMNEPEHOCUMOCTbIO dunanye-
CKMX Harpy3oK, NpMCTynamun Mbllle4YHOM CNnabocTn, MUanruu,
pa6gomuonusa, MUOrNOGUHYPUK (MOSIBNEHNE MOYU TEMHO-
ro uBeTta) Ha (oHe BbIpaXKeHHbIX PU3UYECKMX Harpy3oK,
MHTEPKYPPEHTHbIX MHPEKUMn munn ronodaxusa [15, 16]. Bo
BpeMs MPMUCTYNOB MPOWUCXOAUT 3HAYMTENbHOE yBENMYeHWEe
aKTUBHOCTU KpeaTuHdochokmHasbl (KPK), nakrataernapo-
reHasbl (J14I), acnaptatamuHoTpaHcdepasbl (ACT), ana-
HUHamuHoTpaHcdepasbl (AJIT) B KpoBu [15, 16]. Y yvactm
nauMeHTOB ONMcaHbl HapyLLeHWs puTMa cepaua, Kapanomumo-
natmsa. Y 25% 60/bHbIX ONUcCaHo pa3BuTUE NOYE4YHON Hepo-
CTaTOYHOCTU BCIEACTBME MUOMIO6UHYpUK [16].

Mpn cbope ceMenmHoro aHaMHesa npu MOAO3PEHMN Ha
3aboneBaHMa M3 TPynmnbl HapyweHWn MWUTOXOHAPWAaNbHO-
ro 6eTa-OKUCNEHNUS KUPHbIX KMCOT HEOBXOAMMO 06paTUTb
BHUMaHWE Ha HaNn4ne B CEMbE CllyHaeB BHE3aMHoOM cMepTH
MAafeHua, POACTBEHHWKOB CO CXOAHbIMW KIMHWYECKUMM
NPOSABMIEHUAMU, HaNM4YMe B CEMbE KPOBHOPOACTBEHHOrO,
OTArOWEeHHOro akywepcKkoro aHamHesda — HELLP-cuHgpom
y maTepu npobaHga [1].

AUATHOCTUKA

Mpn nofo3peHun Ha 3aboneBaHne U3 rpynnbl Hapylle-
HUA MUTOXOHAPWANbHOTO 6GETa-OKUCNEHNUS HKUPHbIX KUCIOT
HEoO6X0AMMO B KpaTdaulunme CPOKM MPOBECTM onpeneseHne
KOHLEHTpaLMN COOEPKAHUSA [JIIOKO3bl, aMMOHUS, NaKTa-
Ta, KOK, obuiero 6enka, 6enkoBbix dpakumi, anbbymMmuHa,
C-peaKTMBHOro 6enka, obulero 6unMpybuHa v ero odpak-
LMK, XonecTepuHa, TPUrMnUepmnaoB, MMNONPOTEMAOB HU3KOM
M BbICOKOM MJOTHOCTH, WENoYHOW docdaTtasbl, KpeaTUHU-
Ha, MOYEBUHbI, Mo4eBOW Kucnotbl, AJIT, ACT, rammarnioTa-
muntpaHcoepasbl (ITT), JIAIN, Kanbuma o6LEro U MOHU3K-
pPOBaHHOrO, HaTpus, Kanusa, HeopraHudeckoro docdopa,
wenesa, GeppuTnHa, MarHus, xaopa, MHCyIMHa, NoKkasaTe-
el KMCNOTHO-OCHOBHOMO paBHOBECHSA ANF OLEHKM pUCKa
MeTabo/IM4ecKon AeKoMneHcaumm, QyHKLMK MeYeHu, NoYeK,
KanbuuneBo-pocdopHoro obmeHa [17, 18]. Ha HapyweHue
MWUTOXOHAPWANbHOrO 6EeTa-OKUCNEHNS HUPHbIX KUCOT YKa-
3blBaeT OOHapyEHUE HEKETOTUYECKOM T[UMOMIUKEMUH,
rMnepaMMoHMEMUH, NaKTaTaLng03a, NOBbIWEHNE aKTUBHOC-
™™ ANT, ACT, NAT, KPK; oco6eHHO BbipaXKeHHble U3MEHEHUS
BbISABAIAOTCA NPU MeTaboNM4eCKOM Kpuae [8, 17].

Bcem nauveHTamM npoBOAMTCS oOnpegeneHuve crnektpa
aMWHOKMUCAOT M aUWIKapPHUTUHOB B BbICYWEHHbIX MATHAX

KPOBW METOAOM TaHAeMHOM Macc-crnektpomeTtpun (TMC)
M CNEeKTpa OpPraHUYecKMX KWUCIOT MOYM METOAOM ra30BOW
xpomaTtorpadum [18]. B moye naumMeHToB, 0COGEHHO C MUO-
natmyeckumn dopmamu, BbISBASETCH MUOrNOOGUHYpUsa [7].
M3mMeHeHna npobunsa auuiKapHUTUHOB KPOBU W OpraHuye-
CKMX KUCNOT MOYM MPU PasfiMiHbIX HapyLEHUAX MWUTOXOH-
ApvanbHoro 6eta-oKMCNEeHUs NpeacTaBfieHbl B Tabn. 2 [18].

Ona ToyHOM BepudMKauMKM OuarHo3a nauueHTam npo-
BOAMTCH MONEKYNAPHO-reHETUYECKOe WccnefoBaHune Ang
0B6HapyXeHUs NaToreHHbIX HYKNeoTUHbIX BapuMaHTOB, CTPYK-
TYPHbIX MEPECTPOEK M Bapnaumi Yncna Konmm COOTBETCTBYIO-
LKMX reHoB (cMm. Tabn. 1) [18].

M3MeHeHUsA cneKTpa auuiKapHUTUMHOB OPraHW4YecKux
KWUCNIOT KPOBU U OPraHUY4eCKUX KUCNOT MOYU, MPUBELEHHbIE
Bblle, MOMOrYT NpoBecTU AnddepeHUnanbHyo AMarHoCTUKY
B AaHHOM rpynne 3abofieBaHWW, NPEeAnoNOKWUTb Hanuuue
y nauuneHTa onpeneneHHoro 3aboneBaHus, NPOBECTU Anar-
HOCTMKY M Ha3HayuTb Heo6XoAMMYl0 Tepanwuto, OTNpaBuB
nauMeHTa Ha MOJIEKYNSPHO-reHeTu4yeckoe obcnegoBaHue.
Pe3Kkoe CHMXKeHue ypoBHS CBOGOAHOro KapHuTuHa (CO)
MOXET roBOPUTb O TOM, 4YTO y pebeHKa nepBuYHasa Heno-
CTaTO4YHOCTb KapHUTWHa. [MoBbIlEeHWe YypOBHEW cpefHele-
NMoYeYHbIX aUMIKAaPHUTUHOB BbIIBNSETCH Y MaLUMEHTOB Npw
HeloCTaTO4YHOCTM cpeaHeLlenoyeyHon aumn-KoA gervapore-
Ha3bl (C8, C10, C10:1), AMHHOLLENOYEYHbIX alMNKapHUTK-
HOB W HEHaCbILEHHbIX JIMHHOLENOYEYHbIX aLUNKapHUTUHOB
(C14, C14:1,C16:1) — npu HeAOCTAaTOYHOCTM OYEeHb AJIUH-
Houeno4vye4yHon aunn-KoA gerngporeHasbl, ANMMHHOLLENOYeY-
HbIX aUuUIKAaPHUTUHOB, COAEPKalUX MAPOKCUBHYIO Fpynny
(C16:1-0OH, C16-0H, C18:1-0OH, C18-0OH), — npu HepocTa-
TOYHOCTM AJIMHHOUENno4Ye4yHon 3-ruapokcuaumn-KoA peru-
nporeHasbl. Mpu rnytapoBow auungemuu, Tun ll, HabnoaaetTcs
noBbileHNe auunKkapHMTMHOB C4—C18 B KpOBMU, rNyTapoBOm
KUCNOTbl M AuKap6oHOBbIX KucnoT (C5-C10) — B Moue.
Cnefyet NOMHWTb, YTO MPU BbISBNEHUM CMEKTpa auunKap-
HUTMHOB, XapaKTepPHOro Ana rnytaposBoun auugemuu, tvn i,
HeobxoAnMMO npoBecTU AnddepeHUnanbHyto AnarHOCTUKY
C HapylweHamMu MmetTabonnama pnbodnasmHa [18].

OANOOEPEHLUANIbHAA AUATHOCTUKA

OnddepeHumanbHas OuarHOCTMKa AN HeoHaTallbHbIX
N MHOAHTUNBbHBIX GOPM HapyleHUH MWUTOXOHAPHUANbHOrO
6eTa-OKMUCNIEHUS KMPHbIX KUCIOT U 0OMEHa KapHWUTUHA Mpo-
BOAMTCA C 3aboneBaHWUAMU M3 TPyMnbl aMuHoauuaonaTuin,
OpraHMYecKux aumaypumn, 6one3Hen AblxaTenbHOW Lenu
MUTOXOHAPWUN, BPOMKAEHHBLIMW HAPYLIEHUSMU TNIMKO3WUIIU-
pOBaHUA, MEPOKCUCOMHbIMK 3aboneBaHUsAMU, GONEe3HAMMU
HaKOMNNEHUs TMKOreHa, HacneLCTBEHHbIMU HapyWweHUIMHU
o6bMeHa ranaktosbl U GPYKTO3bl, KapaAMOMMUONaTUSIMU, BHY-
TPUYTPOOHBIMU MHMEKLMSMU, renatutammn pasin4yHon 3TUO-
JIOTUK, TMMOKCUYECKUM NOPaXKEHUEM LEHTPaNbHOW HEPBHOM
cuctemsl [1, 3, 11].

Mpn MnonaTudeckux (B3pocinblx) dopmax anddepeHum-
anbHas AMarHoCTMKa NPOBOAMTCS C MblleYHbIMKU hopMamMu
60ne3Hen HaKonneHus rmuKkoreHa, 6one3Hbto [lomne, CTpyK-
TYPHBIMWU MUOMNATUSMK, MblLUEYHBIMKU AUCTPpOodUAMKU, 6ones-
HAMMW AblXaTe/lbHOW Lenu MUTOXoHapun [15, 16].

OtgenbHylo rpynny 3abofieBaHWi, ¢ KOTOPbIMU MPOBO-
antes auddepeHumnanbHas AMarHoCTMKa, COCTaBAsSiOT BTO-
PUYHbBIE HapYLIEHUS MWUTOXOHAPWANbHOro 6GeTa-OKUCIEHUS
UPHbIX KMCNOT, KOTOPbIE CXOAHbI MO KAMHUYECKUM NposiBie-
HUAM U BUOXMMUYECKMM U3MEHEHUSM C [yTapoBOM auumae-
mMuen, Tun ll: HegocTaTo4YHOCTb NepeHocyYnKa pubodnaBmHa
(cuHapom bpayHa — Buanetto — Bad Jlaspa) [19], Hepo-
CTaTO4YHOCTb GriaBUHaLEHWHANHYKIEOTUACUHTETA3bl U Hego-



Ta6auua 2. Mpodunb aUMNKaPHUTUHOB KPOBM M OPraHUYECKMX KUCIOT MOYM MPU PasNnYHbIX HaPYLLEHUSAX MUTOXOHAPUAILHOMO

6eTa-OKUCNEHNUS UPHbBIX KUCOT

Table 2. Blood acylcarnitines and urine organic acids profile at various mitochondrial fatty acid beta-oxidation disorders

KpoBb

Moua

HapyweHunsi 06MeHa KapHUTUHA

MNepBrYHas HeAOCTaTO4YHOCTb KapHUTUHA

Peskoe CHUKeHMe KOHLeHTpaLLMm
CO, cHuxkeHue CO < 10, cymMapHble
aUMNKapHUTUHBI < 5

YMepeHHoe MoBbIlEHWE KOHLEHTPALIMK
[IMKap6OHOBLIX KNCNOT

HepocTaTtoyHOCTb KapHUTUH
nanbmuTounTpaHcoepassbl |

MoBbilWweHWe KoHueHTpauun CO
1 cooTHoweHusa CO / (C16 + C18)

KoHUeHTpaLuma AMKap6oHOBbIX KUCIOT
B npeaenax pepepeHCHbIX 3Ha4YeHum

HepoctaTo4HOCTb KAPHUTUH-AUMAKAPHUTUH
TPaHCNOKa3bl

CHMKeHMe KoHueHTpauuu CO,
nosbileHne — C16, C16:1, C18, C18:1
1 cooTHoweHus (C16 + C18:1) / C2

MoBbIlEHNE KOHLEHTPaLMK AUKaPGOHOBbIX
KWUCNOT (peaKo)

HefocTtaTo4HOCTb KAPHUTUH
nanbMuTounTpaHchepassb! Il

CHMKeHMe KoHLeHTpauuu CO,
nosbiweHne — C16, C16:1, C18,C18:1
M cooTHoweHus (C16 + C18:1) / C2

MoBbllEHWE KOHLEHTPALMU ANKAPOGOHOBbIX
KUCNOT (peaKo)

HapylweHusi MUTOXOHAPUa/IbHOTO 6GeTa-0KMC/IEHNSI XXUPHBIX KUCJIOT

HenocTaTo4HOCTb KOPOTKOLLENOYEYHOM
auun-KoA gervaporeHassi

MoBblleHWe KoHUeHTpauun C4

MoBbllWeHWE KOHLEHTPaL MU 3TUIMaNoOHOBOWM
KUCNOTbI

HenoctaTtoyHOCTh CpeHeL.enoYeyHom

aumn-KoA gerngporeHassbl C10:1

MoBbilweHne KoHueHTpauumn C8, C10,

MoBblWweHMe KoHLeHTpaumm C6—-C10
[IMKapGOHOBbIX KMCNOT, Cy6EePUNTIULMHA,
reKcaHounrmuuHa

HepoctaTo4HOCTb O4EHb ASIMHHOLLENOYEYHOM

aumn-KoA aernaporeHassbl C14:1, Ci16, Cl16:1

MoBblleHne KoHueHTpauun C12:1, C14,

MoBblleHne KoHLeHTpauun C6-C14
OMKap6OHOBbIX KUCNOT

HepoctaTo4HOCTb KOPOTKOLLEMOYEHYHOWM
3-ruapokcuaumn-KoA aermaporeHassbl

MoBbilweHne KoHueHTpauun C4-0OH

MoBbIlWEeHWE KOHLEHTpaLmmn
3-rMaApPOKCUINYTapOBOM KMCNOThI

HefnoctaTo4HOCTb ASTMHHOLENOYEYHOM
3-rugpokcuaumn-KoA germagporeHasbl

MNoBbiweHne KoHueHTpauun C16:1-0OH,
C16-0OH, C18:1-0OH, C18-0OH

MoBblweHMe KoHueHTpauun C6-C14
[IMKap6OHOBbIX KNCIOT

Hefnoctato4HOCTb MUTOXOHAPUANBHOIO
TPUDYHKLMOHaNbLHOro 6enka

MoBblleHne KoHueHTpauun C16:1-0OH,
C16-0H, C18:1-0H, C18-0OH

MoBbllWeHMe KoHLeHTpauun C6-C14
[IMKap6OHOBLIX KMCNOT

MnytapoBas auungemus, Tun ll
(MHOXeCTBEeHHas HeoCTaTO4YHOCTb
aumn-KoA gerngporeHas)

MoBblWweHWe KoHueHTpauumn C4-C18

MoBblweHne KoHueHTpauun C5-C10
[IMKapGOHOBBIX KUCOT, MOMIOYHOW KUCOThI,
rNyTapoBOM KUCNOTbI, 3TUIMANIOHOBOW KMCNOTbI

CTaTOYHOCTb MUTOXOHAPWANbHOIO MnepeHocynka GonneBomn
Kucnotsl [8, 10].

OCHOBHbIE MPUHLUMMbI TEPANUU

Moaxoabl K Tepanuu NauueHToB C HapyleHUaIMU MUTO-
XOHAPWaNbHOro 6eTa-OKUCNEHNS UPHBIX KMCNOT UMELOT psfl
06LMX MOMEHTOB, a TaKXe BapbupyloT B 3aBUCUMOCTU OT
Ho3o00rnyeckon dopmbl. anee npeactaBfieHbl nevyebHble
NPUHUMMbI B LIENOM W HEKOTOPble 0COGEHHOCTH, 0BYCNOoB-
NIEHHbIE KOHKPETHbIM METab0IMYECKUM AEDEKTOM.

JleyeHne naumeHTOB C HapyLEHUSIMWU MUTOXOHAPWab-
HOro 6eTa-OKMUCIEHMUS KUPHbIX KUCIOT U 0GMEHA KapHUTHHA
OCHOBbIBAETCH Ha KOPPEKLMW MUTaHUNA, MpeaynperxaeHnu
TMNOMTMKEMUYECKUX COCTOSIHUIA M HOpManu3auun obmeHa
KUPHbBIX KUCNOT B KIETKax B 3aBMCMMOCTW OT AMArHOCTM-
poBaHHOro 3abonesanusa [18, 20]. B yacTtHocTH, cnepyeT
nsberatb ANUTENbHOrO ronofaHus (y HOBOPOXAEHHbIX MaK-
CMMasbHbIM NepepbiB MeXay KOPMIEHUSIMU AOMKEH COCTaB-
NATb B TEYEHWe CYTOK 3 4, y AeTen NepBOro rofa *XMU3Hu —
4 4 (KaK OHeM, TaK M HOoYbto), y AeTen cTapwe 1 roga — 4 4
B AHEBHOEe BpeMs 1 10—-12 4 B HOYHOE BpeMS Mpu cTabuib-
HOM COCTOSIHUM pebeHKa, BHe nepuoaa Kpuaa) [18]. Kpome
TOro, cnegyet o6ecneynTb BbICOKOE COoAepKaHue yrneBooB
B MNULLE NpW NepBbIX NPU3HaKax Nt60ro MetabomyecKko-
ro cTpecca (MHTEPKYPPEHTHble 3aboneBaHUs, AJIUTENbHOE
ronogaHue, NoAHapKO3Hble MCCNeAoBaHUsA, onepaTUBHbIE
BMellaTeNbCcTBa): NPU 30HA0BOM NUTAHUKW — HeNpepbIBHOE
3HTEpasibHOE NUTaAHWE WM MOBTOPHOE BBEAEHWE NUTaTENb-

HOro pacTtBopa, Hanutku ¢ 20-25% pacTBOPOM AEKCTPO3bI
WM KYKYPY3HOIro Kpaxmana (Aetu ctaplie 2 neT), a 3aTeM Ux
paBHOMeEpHOE pacrnpefeneHne B Te4YeHUe CYTOK; B cryvyae
YXYALIEHUS COCTOSIHUS MOKa3aHa rocnuranuaauus nauu-
eHTa [18, 20]. B 3aBucMmocCTv OT 3aboneBaHus BO Bpems
KPWU30B TPebyeTcs UCKNOYNTb NOTPeBNEHNE KUPOB Ha Nepu-
oa 24-36 4 [18, 20], oco6eHHOCTN Tepanuu Oaa Kaxkaon
HO30/I0rMYECKON €AMHMLbI MPEACTaBEHbl B KIMHUYECKMX
peKkomeHgauusx. lNMpu HeaoCTaTOYHOCTU OYeHb [AJIMHHOLEe-
noyeyHon aumn-KoA pervaporeHasbl M HEAOCTATOYHOCTU
ANMHHOLenoYeYHow 3-rmapokcnaumnn-KoA gervaporeHasbl
MOJSIHOCTbIO UCKIIOYAETCH MOTPeGNeHME KUPOB Ha Nepuog
Ha 24-48 4 c nocneaywWwnm BBEAEHUEM MWHUMANbHOIO
KOSIMYecTBa CpeAHeLenoyeyHblX XMPOB MNPU COXPaHEHWUK
KanopumHoctn He MeHee 100-115 Kkan/Kr. HasHayeHwue
KapHWTMHA MOKa3aHO NpW MNEePBUYHON HELOCTATOYHOCTU
KapHuTuHa [18]. MpenapaTtbl KApPHUTUHA HE PEeKOMeHayeT-
Csl Ha3HayaTb MNPW HEeAOCTAaTOYHOCTM [JIMHHOLIENOYEYHON
3-rnapokcraumn-KoA pernaporeHasdbl U HeLOCTaTOYHOCTH
MWUTOXOHAPHWanbHOro TPUdYHKLMOHaNbHoro 6enka [20].

Mpn MMOrno6MHYpPUK NOKasaHbl UcciefoBaHNe QYyHKLMK
NOYeK M KOHCyNbTauma Hedposora ansg onpeaeneHns TakTu-
KW Ha3HayeHus Tepanuu, Nnpu Heo6X0ANMOCTU — UHTEHCHB-
Hasa Tepanusa [21].

Mpn BO3HMKHOBEHMM Yy B3POC/IOro NauueHTa ¢ HeJocTa-
TOYHOCTbIO KapHUTWMH NafbMuUTOMATPaHchepasbl | U KapHK-
TUH NanbMuTOMATPaHchepasbl Il npucTyna, conpoBoXKaato-
Llerocs MuornobuHypuen, peKoMeHayeTcs BHYTPUBEHHOE
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0630p NuTepaTypsbl

BBeJEHWE TMMOTOHWYECKOro pacTBOpa HaTpus xnopuaa
M HaTpusa B 5% pacTBOpe AEKCTPO3bl, C 4OOABIEHNEM MaH-
HuTONa. Ecnn gaHHoe nevyeHne oKasbiBaeTcs HeahdEKTUB-
HbIM, MPUMEHSAETCH reMoananma.

[N nauneHToB C HapyleHUsaIMU 6eTa-OKUCNEHUS XKUp-
HbIX KMC/OT B 3aBUCUMOCTU OT 3a60/ieBaHns NpuMeHseTcs
cneunann3MpoBaHHOE MWUTaHWe, KOTOPOoe pasnMyaeTcs no
coctaBy [18, 21]. MNaunMeHTam ¢ HeAOCTaTOYHOCTbIO OYEHb
ONMHHoUenoYeyYHoun aunn-KoA gernaporeHasbl, HegocTaTou-
HOCTbIO ASIMHHOLENno4Ye4yHon 3-ruapokcuaunn-KoA peruna-
poreHasbl, HeAOCTaTOYHOCTbIO MWUTOXOHAPWANbHOrO TPU-
PYHKLUMOHanbHOro 6efka pekoMeHayeTcsl WMCMnonb30oBaTb
50% amynbcuio cpeaHeuenoyeyHblx Tpurnnuepunaos [18].
Mcnonb3oBaHne 3MyNbCUIM C BBICOKMM COAEPXKaHUEM Cpea-
HelenoYeyHblX TPUIMMULEPUAOB HEe PEKOMEHAOBaHO Mnpu
HeLoCTaTOYHOCTM cpeaHelenoyYyeqyHon aumn-KoA gervapore-
Ha3bl, rMyTapoBov aunagemuu, Tun |l [18]. NauneHTam ¢ Hego-
CTaTOYHOCTbIO cpeaHeLenoyedyHon aumn-KoA gernaporeHa-
3bl PEKOMEHA0BAHO CTPOroe co6t0ieHMNE YKa3aHHbIX BbllLe

Ta6nuua 3. CneunannanmpoBaHHbie CMECH, CoepKallme cpeaHeLe-
noyeyHble TPUrULLEPUAbI
Table 3. Specialized formulas with medium chain triglycerides

Ha3BaHue cmecu

CmecH Ansi HeAOHOLUEHHbIX AeTeH

Similac Special Care

Similac Neosure

HyTpunoH Mpe O

HytpunoHn MNpe 1

MonyanemeHTHbIEe cMeCHU Ha OCHOBE IJ1Yy6GOKOro ruaposin3a
6eJIKa KOpOBbEro MoOJIOKa

Cumunak AnMMeEHTYM

Hytpunon Mentu factpo

Anbdape

HyTtpunak Npemuym Mentugn MCT

MNenTameH JyKyHWop

J/eMeHTHbIe cMecH Ha OCHOBE aMHUHOKHUC/IOT

Heokent LCP

Heokent xyHunop (1-10 neT)

HyTpUNOH aMMHOKKCOTbI Syneo

Anbdape AMHUHO

Cumunak EleCare

MCT-coaepawyme MeTa60/IM4eCKUEe CMeCH NpH HapyLLEeHNIX
o6MeHa A/IMHHOLenoYeYHbIX }XMPHBIX KUC/IOT

MoHoreH (LeTcKuK)

Portagen (netckuin)

Enfaport (aetckun)

MCT Procal (neguaTtpuyecKkuin)

MogynbHbie NpPoAyKTbI

MCT oil 100%

MCT oil 77%

NnkBnaxKeH amynbcus MCT oil

lMpumevanne. MCT (medium chain triglycerides) — cpegHeLienoyey-
Hble TPUIULEPUbI.

Note. MCT (MCT) — medium chain triglycerides.

MHTEPBANOB MeXAy KOpMAEHUSMW AN NpeaoTBpalleHus
pa3BUTUS TMNOMMKEMUYECKNX COCTOAHUI [18].

B Poccumn 3apernctpupoBaHbl cMecu Anst AMETUHECKOro
MUTaHUS C NOHUMKEHHBIM COAEPKAHUEM ANMHHOLIENOYEYHbIX
TPUIMWLEPVAOB M BbICOKMM COAEPMaHUEM cpefHeLienoyey-
HbIX TPUrAnuepunaoBs [18]: «MoHoreH» (Monogen, Milupa GmbH,
[epmaHuns) — cneunanu3npoBaHHbI NPOAYKT AUETUHECKOro
NeyvebHOro NUTaHua Ana AeTen ¢ POXKAEHWUS U B3POC/bIX NpU
fedeKTax OKUCNEHUS ANMHHOLEMOYEUHbIX UPHbLIX KWUCNOT,
XMUNOTOPaKce M NUMOaHIMIKTa3MK, a Takke «JIMKBUAKEH»
(SHS International Ltd., BennkobputaHus) — cnewumannaun-
POBaHHbIA MNPOAYKT [AETCKOro [AMeTMYEeCcKoro (ie4e6Horo)
NUTaHUS, BbICOKOKANOPWUMHAa 3aMy/bCHa cpefHeLenoYeyHblX
TPUIMMLEPWAOB, KOTopas NPUMEHSIeTCs Yy AeTel B BO3pacTe
ctapwe 1 roga. CpegHelLenoyeyHble TPUMMMLEPWUabI TaKKe
coaepaTtcs B psiae crneunanM3vpoBaHHbIX cMecen (Tabn. 3).

MprMepoM ycrnelwHon Tepanun CAyXUT KITMHUYECKUIA CNy-
Yal POCCUMMCKOW MaLMEHTKMU, OMUCAHHbIM HaMKn paHee [22].
[unarHo3 «HegocTaToqHOCTb AJIMHHOLENOYEYHOW 3-TMAPOKCH-
aumn-KoA pervaporeHasbl» 6bll YCTaHOBAEH Ha OCHOBaHWMU
OaHHbIX aHamMHe3a 6epemMeHHOCTM maTtepu (¢ 37-n Hep —
¢cnaboCTb, 03HOO, axONWUYHbIA Pa3KMKEHHbIN CTYN, KENTylW-
HOCTb KOMHbIX MOKPOBOB), KNIMHUYECKON KapTUHbI NaLMEHTKM
(MblLLeYHasa runoToHMs, renatomeranus, runeptTpoduyeckas
KapanomuonaTtus, Bblpa*KeHHbIW XMPOBOW renatos, runo-
rMUKEMUS, CUMHAPOM LIMTONM3a W Xonectasa, rMnepTanrpu-
uepuaemMus, naktataunaos), gaHHbix TMC auunkapHUMTMHOB
OpraHNYeCKUX KUCNOT KPOBMU (BblpaxeHHOe yBeIMYeHNe KOH-
LleHTpaLUni AIMHHOLLENOYEYHbIX *UPHbIX KMcnoT C12, C14:1,
C14-OH, C16:1, C16-OH, C16:1-OH, C18-OH, C18:1-OH)
N MOSIEKYNAPHO-rEHEeTUYECKOro UccneaoBaHms (NaToreHHbIn
HYKNeoTUAHbIM BapuaHT ¢.1528G>C (p.E510Q) B romo3u-
rOTHOM cocTosiHMK B reHe HADHA) [22]. Cpady nocne ycTa-
HOB/EHMS! AMarHo3da pebeHKy 6blna HavaTa AveTtoTepanus
C PE3KUM OrpaHMyYEeHNEM ONMHHOLEMNOYEYHbIX XUPHbIX KUC-
10T, AoTauMen cpefHeLenoveyHblx Tpurnmuepugos. Coctas
paunoHa: 6enok — 2,9 r/Kr, aHepruas — 115 KKan/kKr.
Pacuyer pauunoHa pebeHKa: noTpebHoCcTb B 6enke —
17,4 r/cyt; cMecb «MoHoreH» — 8 KopmaeHui no 120 mn =
473 KKan; BbICOKO3HEpreTnyecKas aMynbCusi cpefHeLeno-
YeYHbIX TPUrMLepnaoB — no 3—4 M B KOPMJIEHKE; Kalla —
15 r cyxoro nopolwKa Ha 100 mn BOAbl, 0BOLWHOE niope (6e3
macna) — go 120 r, dpykroBoe nope — o 40 mn 2 pasa,
MsACHOe ntope (M3 Msca KypuLbl UAn nHaenkn) — 0o 50-70r,
TBOPOI 06e3}npeHHbIn — Ao 50-70 . KopmneHue ocyuecTt-
BNAM Kaxable 3 4 [22]. loMMMOo amMeToTepanuu, naumMeHTKa
nosiydana renaTonpoTEKTOPHYKD Tepanuto, KapAuOTPOMHYO
Tepanuio. BoinucaHa Ha 12-e cyT B CTaBUIbHOM COCTOSIHWUMU
C peKOMEeHaLMSIMM NPOJOIKMTL BbllLeyKa3aHHYyo Tepanuto.

[Mp1 NOBTOPHOM rocnUTanM3aumm NaumMeHTKM Yyepes 6 Mec
OTMeYeHa MOoMoXKUTEeNbHAs AUMHaMWKa: PebGEHOK BbIPOC Ha
11 cm, npubaBun B Bece 3,5 KI, MbllEYHbIA TOHYC GU3MO-
nornyeckmn. Mo gaHHbIM 3xoKapanorpaduyeckoro wuccne-
[I0BaHWSI — TMOBbIWEHHAs 3XOreHHOCTb MWOKapha fieBoro
enyfoyka, MMOKapa He3HayuTenbHO ytosnuleH. Mo AaHHbIM
KOMMbOTEPHON TOMOrpadun opraHoB OPIOLWHOW NOSOCTU —
Bblpa)KeHHas MONoXKUTENbHAsA AUMHAMWKA C YMEHbLUEHWEM
pa3MepoB MeYeHn M HopManu3aLmen ee JEHCUTOMETPUHECKMX
nokasatenew (o1 +60 go +73 HU (eanHuubl XayHcdunga)).

Ucxoabl

He6naronpusaTHbIM MCXOAOM HapylweHWHn MUTOXOHA-
pUanbHOro O6ETa-OKUCIEHUA MUPHbIX KUCNOT SABAAETCH
CUMHAPOM BHe3anHow cmepTu mnageHua. CuHApOM pas-
BMBaeTCd B pe3y/bTaTe MeTabOo/MYecKon AeKoMneHcauumm



B HeoHaTallbHOM nepuode WauW Ha MEPBOM [0y MKU3HM.
OH onucaH Npu NepBUYHOM HEOOCTAaTOYHOCTU KapHWUTUHA,
HEeAOCTaTOYHOCTU KapPHWUTUH nanbMuTOMNTpaHcdepasbl I,
HeOoCTaTOYHOCTU KapHUTUH-aUMNIKapPHUTUH TpaHCIoKa3shbl,
HEeAoCTaTOYHOCTbID O4YeHb ANMHHOUeno4Yye4yHon aumn-KoA
aernaporeHasbl, HeJOCTaTOYHOCTU MUTOXOHAPUANLHOIO TPU-
dYHKLUMOHaNbHOro 6enKa, HeaoCTaTOYHOCTU [AIMHHOLIENO-
yeyHon 3-rmapoKcuaumn-KoA pernaporeHasbl, rytapoBomn
aumaemun, TmMn 1, HegocTaTOYHOCTM CcpefHeLenovYevyHomn
aumn-KoA peruaporexassl [10].

OQHO M3 caMblX YacTo BCTpevalollmMxcs 3aboneBaHun
rpynnbl HapyLleHUn MUTOXOHAPUaNbHOro 6eTa-OKUCIeHUs
MPHbBIX KUCNOT, NMPXU KOTOPOM OMMUCaH CMHAPOM BHe3anHomn
CMepTM MNafeHua, — HeAoCTaTOYHOCTb CpefHeLeno4YeyHon
aumn-KoA perngporeHasbl. Tsxenas ¢popma 3aboneBaHus
MaHudpecTupyeT B HeoHaTalbHOM BO3pacTe M 3aKaH4yuBa-
eTcs netanbHo npumepHo B 5% cnydaes [10, 11]. B nccne-
[10BaHWW, NPOBEAEHHOM B YHMBEPCUTETCKON KIIMHWKE ropo-
na lenpenbbepra (fepmaHus), CMHAPOM BHE3aMHOM CMepPTH
3adUKcMpoBaH y 6 NauMeHToB C HEAOCTAaTOYHOCTbIO CpeaHe-
LenoyeyHon auun-KoA germaporeHasbl, y O4HOrO M3 KOTO-
pbiX (4eBOYKa) AMarHo3 Obin NPeanosioxeH Yepe3 3 roja
nocne JieTalbHOr0O UCXo4a B CBA3M C poOXAeHwem cubea
(Manb4umK). Y nocneaHero no pesynbrataM CKPUHWHra 6bin
YyCTaHOB/IEH ANArHO3 «HeAOCTaTOYHOCTb CPeAHEeLLeNoYeYyHon
aumn-KoA perngporeHasbi» [11]. Bce 6 nauymeHToB poananch
Ha 39-41-i Hep rectaumMmM ¢ Maccomn Tena Npu POXKAEHWUK
2520-3820 r. B 4 cnydasix oTmedyanocb BS/I0€ cOCaHue,
B 2 U3 KOTOpbIX Oblna BbiiBeHa MeTabosMyecKas AeKoM-
neHcauus n BHe3anHas CMepTb B POAWUSIbHbIX IOMax, COCTOS-
HUe 2 Apyrux yxyawunocb goma. Y Bcex naumeHTOoB 6blnu
OBGHapyXeHbl BblpaxeHHast TMMNOrIMKeEMUS U 3HAYUTENIbHO
NOBbIWEHHAsA KOHLLEHTPaL WA OKTaHOUNKapHUTUHa (C8). Mpwu
MONEKYNSPHO-reHETUHECKOM UCCNel0BaHWM BbIB/IEH NaTo-
reHHbIN HYKNeoTUAHbIM BapuaHT ¢.985A>G B roMO3UIOTHOM
coctosiHun B reHe ACADM [11]. OnpeneneHne KOHLEHTpa-
LMV TIOKO3bl KPOBW Y HOBOPOX/AEHHbIX, Y KOTOPbIX UMEOTCS
TPYAHOCTU C KOPMJIEHUEM (BSAJIOE COCaHWe, NoTeps Macchl
Tena), NOMOXET BbIABUTb MMMOIMMMKEMUIO U MPEAOTBPaTUTL
pa3BuTME MeTaboNMYECKON AeKOMMNEeHcaLmMm 40 Nony4eHus
pe3ynbTaToB CKPUHMHIA Ha HacneacTBeHHble 601e3HM obme-
Ha BelecTs [11].

MPO®UJIAKTUKA

MaumeHTam ¢ ycTaHOBNEHHbIM AMArHO30M HacneACcTBEH-
HOro 3aboneBaHusa U3 rPynnbl HapyLUEHWA MUTOXOHAPUANb-
HOro 6eTa-OKUCNEHUS KUPHbIX KUCNOT U HapyLLleHnn o6MeHa
KapHUTMHA U KX CEMbSIM HEOGXOAMMO ME[UKO-TeHeTUYe-
CKO€ KOHCYNbTUPOBAHKWE C Liefblo NIaHMpoOBaHUA nocneayto-
wmx aetopoxaeHun [3, 18]. Takke cnegyeTr OTMETUTb, YTO
¢ 2023 r. B Poccun 6yaet nmpoBOAMTLCHA MporpamMma pac-
LUMPEHHOIr0 HEOHATaNbHOIO CKPUHMHIA Ha HanMyne Hacnes-
CTBEHHbIX U BPOXAEHHbIX 3a60N€BAHUN Y HOBOPOXKAEHHbIX
neten [23]. [daHHasa nporpamMma Hanpas/ieHa Ha paHHee
BbISIBIEHWE U CBOEBPEMEHHOE Ha3Ha4YeHWe Tepanuu AeTam
C peaKMMK HacneacTBEeHHbIMK 3aboneBaHnsamM [23]. B nepe-
YeHb 3ab0neBaHU BKIOYEHbI HAPYLLIEHUA MUTOXOHAPUANb-
HOro 6eTa-OKUCIEHNS HUPHbIX KMcnoT [23].

SAKNTIOYEHHUE
PaclinmpeHne nporpaMmMbl HeoHaTallbHOrO CKPUHWHTA
MO3BONAET BbIABMATL HACNEACTBEHHbIE HapylWeHWs MWUTO-

XOHAPWANbHOro 6GEeTa-OKUCIEHUS UPHbIX KUCNOT W Hapy-
leHMss o6MeHa KapHWUTUHA YKe B NepBble HeAenu Xus-
HWM. CBOEBPEMEHHO Ha3Ha4dyeHHas Tepanus, BK/OYalollas
B ceba npenoTBpalleHMe pasBUTUS TUMOMTMKEMUYECKUX
COCTOSIHWM, COKpalleHWe MepuoaoB roNoAaHus, HasHauve-
HME HEeobXO0AMMOW AMETOTEpanUM U CneunanM3npoBaHHOro
NUTaHWUSA, KOPPEKLIMIO rMNepaMMOHMEMUM U NaKTaTauuao3a,
OKasaHue Heob6XoaMMOoW MoMOoLM BO BpeMs meTabonuye-
CKMX KPU30B NMOMOXKET NPeA0TBPaTUTb Pa3BUTHE KUBHEYTPO-
aloWKX COCTOSIHUM, M B 4YaCTHOCTU CMHAPOMa BHe3anHom
CMepTH MNaaeHLa.
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