Metabonuyeckue 6oneanu LLHC

MeTabonnyeckne 3abonesaHusi LIHC 6biBatoT NnepBUYHbIE U BTOPUYHbIE.

0 MNMepBu4HblE (HacnencTBEHHbIE) MeTabonnyeckme 3aboneBaHns: HeMPOHHbIE HONE3HM
HakonneHns, NenkoancTpodmm, MMTOXOHAPMabHbIE 3HUedanoMmonaTun.

0 HelipoHHble 60N1€3HM HAKOMNEHNS BKNKOYAT COUHIONMNNAO03bl U MyKOMoncaxapuaosbi.
Haunbonblwee 3Ha4yeHNe MMEDT COUHIONMNNAO03bI, MPY HUX HAPYLEH 0OMEH BaXXHbIX
COCTaBHbIX YaCTel HOpManbHbIX KNETOK: raHr 1Mo3naos, Luepebpo3naos, CynbgaTnaos 1
COMHroMmnennHoB. B 3aBncuMoCTn OT BMOa HakanMBawLWerocs B kneTkax Bewectsa
pasnuyatoT Lepebpo3nanmnnaos, Nam rnwkosunuepammanmnunao3 (bonesHs owe),
comHrommenmHnMnnaos (bonesHb HumaHHa—Ilvka), raHr nno3manunmaoo3 (6onesHob
Tea—Cakca, nnm Kknaccmyeckunin 4eTCKUM TUN amaBpoOTUYECKON CEMENHON NANOTUN),
reHepann3oBaHHbIi raHrnmo3nnos (bonesHb HopmaHHa—/lanauHra) n op. Kpome LIHC u
HEPBHbIX CNIETEHWIA, HAKOMIEHNE NUNNO0B NPU 3TUX BONE3HAX NPONCXOONT B NEYEHM,
ceneséHke, KOCTHOM Mo3re. JlmarHoCcTnyeckoe 3Ha4YeHne MMeeT NosIBIEHNE XapakTepHbIX 1S
TOro AN UHOrO BMAa NMNnao3a KneTok (knetok [owe, MNMuka).

0 NekogucTpodonm — peakme HacneacTBeHHble 3aboneBaHus, xapakTepHa CUMMETPUYHas
LeMnennHn3aums n rnno3 6enoro BewecTsa noywapuin 60nbworo Mo3ra, MO3Xeuka,
CTBOJIOBOW 4aCTW rOSIOBHOr0 MO3ra 1 CNUHHOIro Mo3ra. KnnmHn4Yeckn oTMeyaroT YMCTBEHHYHO
HegoCTaTOYHOCTb, CHUXEHME 3pEeHNs 1 cnacTuyeckme napesbl. Ha ocHoBaHun
MOPPONOrMYEeCKUX 0COBEHHOCTEN BbIAENSIOT POPMbI NENKOANCTPOGWIA.

- boneaHb Kpabbe (rnobonaHo-kneToyHas nekoamcTpous, AN dy3HbI MHGAHTUNbHDBIA
cknepo3s). HacnenosaHme 601€3HM NPOMUCXOANT MO ay TOCOMHO-PELLECCUBHOMY TUMY.
XapakTepHa He[oCTaToOuHOCTb ranaktouepebpoania B-ranakto3nnassl — PepMeHTa,
HeobxoaMMOoro AN NpeBpalleHus ranaktouepebposmnaa B Lepamug 1 ranaktosy.
3aboneBaHne pa3BMBaETCSA NOYTW UCK/IOYMTENBHO Y Mab4yMKOB B FpyAHOM Bo3pacTe (C 4-5
Mec). MposiBNeHnst — noBblWeHHas BO30yANMOCTb, NNAKCUBOCTb, CYLOPOr, MblleyHas
rMnoToHus. K KoHLy nepBoro roga neTu nornbarT OT KaxekCum, acnmpaumMoHHbIX MTHEBMOHWA.
Mopdbonornyecku BoiSIBNSIIOT NCHE3HOBEHWE MUENHA U ONIUTOLEeHAPOLNTOB,
nepvBacKynsipHbIe CKOMMEeHNs MHOrosiAePHbIX Makpodparos (rnobounaHble kneTtku). Mpw
3N1EeKTPOHHON MUKPOCKOMUK B 3TUX Makpodparax obHapyXnBatoT MaTepuan NMHenHble
uUMTOMNasMaTUYeCckne BKIYEHNS.

- MeTtaxpomartunyeckas nenkoguctpodgus I'puHdunga — ayTOCOMHO-PELLECCUBHOE
HacneacTBeHHoe 3aboneBaHve, NPosBASOWEECS AedUMTOM apuncynbdartasbl A, 4T
MNPVBOONT K HAKOMMEHMIO CyNbdpaTnaos, ocobeHHo Lepebpoanacynbdarta. bonesHb 06bI4HO
Ha4ynHaeTcs B Bo3pacTe 1-3 neT ¢ MblWEYHO rMNOTOHNW, CHUXEHUS pednekcos,
BaNbryCHOro NoJIOXEeHNs CTOM, HEYCTOMYMBOI MOXOAKWN, aTtakCum, HuUCTarmMa
(Henpom3BONbLHOrO ABMXeHNs rnasd). CMepTb HacTynaeT B Bo3pacte 3—7 net oT
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conyTCTByloWmMx 3abonesaHnii (MHEBMOHWIA 1 Ap.). MMKPOCKONNYECKN BbISIBAAIOT pacnan
MUENNHA U MAaCCMBHOE HAKOMEHNE METAXPOMAaTUYECKN OKpaLWNBAEMbIX MPOAYKTOB B
Makpodoarax, paccesiHHbix B 6€/10M BEWeCTBe.

- BonesHb Mennueyca—Mepubaxepa cBs3aHa ¢ X-XpOMOCOMOWA, HacnegoBaHve no
peueccusHoMy Tuny. lNpuymHa — MyTaumsa reHa, Koampyowero npoTeonnnnaHbIA NPOTEeUH
(rnaeHbli 6enok mmenvHa LIHC). BonesHb HaunmHaeTcsl B NepBble Mecsilbl XN3HWU. XapakTepHbI
FOPU30HTaNbHbIA HACTArM, APOXaHne ronosbl, NMpamMuaHble, aKCTpanMpaMmuiHbie u
MO3XE4YKOBbIE CUMMNTOMbI, MCUXNYECKNE HAPYLWEHNS. MUKPOCKONNYECKN BbISIBASIOT OCTPOBKM
MHTAKTHOrO MMennHa B 06nactax TAXENOon neMmenHu3aumm («neonapooBas koxar).

0 MuToxoHOpuanbHble aHUedanoMmonaTum BknoyaroT 6onesHs n (Leigh’s disease) n
MUOK/IOHMYECKYIO SMUENCUI0 C Pa30PBaHHbIMM KPACHbIMY BONTOKHAMU.

- BonesHb Jln — ayToCcOMHO-peLieccmBHoe 3aboneBaHne ¢ 0CTAaHOBKOW MCMXOMOTOPHOrO
pasBuUTKS ,
3NMNeNnTMYECKMMUN NpUNaaKkamu, F’MnoToOHNENR, MblleYHO cnabocTbio, NakTaTaunmao3oM 1 ap.
BonesHb HauMHaeTcs B Bo3pacTe 1-2 rofa v 3akaH4YMBaeTCs CMePTblo, Yalle BCero ot
napanuya aplxatenbHoro LeHTpa. MNatoreHes 60n1e3Hn CBsI3aH C HapyweHnemM obpas3oBaHns
AT® 13 nupyeaTta. Mopdonornyecku BbiSIBNSIOT CUMMETPUYHBIE o4ary 4ecTpyKLUum
rO/IOBHOIO MO3ra ¢ nponmgepaumen KPoBEHOCHbIX COCYN0B B CPEHEM MO3re, MOKPbIWKE
BaponMeBa MOCTa, MEPUBEHTPUKYNAPHBIX 30HAX Tanamyca v runotanamyca.

- Mok noHuyeckas anunencus ¢ pasopeaHHbIMK KpacHbiMu BoniokHamn (MERRF) BosHukaet
npu MyTaumm reHa mmtoxoHgpuansHon OHK, kogupytowero TpaHcnopTHyto PHK.

0 BTopu4yHble — Npu Ne4YEHOYHO HeJOCTATOYHOCTU, caxapHoM anabeTte, ypemMmmn 1n Nno4e4HoM
omanuae, runep- U rmnoTMpeose, aunaose u ankanose, rmnokCuMmn, 0TPaBIEHUSX OKUCBIO U
LBYOKMCbIO yrnepoaa.
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n HTepeCHble CTaTbW:

1)

2)

3)

[(eHOM KNeTKM 1 onyxosb

BTopn4yHoe HaTaXeHne n HebnaronpusaTHbIE UCXO4bl PereHepaLunm

doHOoBOe 3abonesaHne
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