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[TEJAT'OI'MYEC KII1 VHUBEPCUTET mm. M.TAHKA

NHCTHUTYT HHKJIIO3MBHOI'O ObPA3OBAHIIA

KA®E/IPA KOPPEKITIIOHHO-PASBIBAIOIIIX
TEXHOJIOLTII

OCHOBbLI I EHETUHKH YEJIOBEKA

Muroxounpuan bHbi€ MyTalUM
NoueHt O.J1.HUKOJIAEB



HIOXOHOPUAIbHbIE MYMAUUU

OXOHOpuUl 37 2eH06, OHU y4aACMEYIOm 6
jiKe IHepzuu, c1ed06amelbHO 3a00/1e6aHUA,

Hpu 3auamuu imopuon
noayuaem céou MUmoXoHOpuu

U3 MAMEPUHCKOU AUUEKI1EMKU
(omuyoeckue zubnym).
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MuTtoxoHApuanbHblie MyTaLun
KNETKA Mutoxoxapus

mTAHK

1000 KneTxH ' Unronnasma KaMAaA MUTOXOHAPHA UMeeT
B HeM Coie puTea ocHosian JINK muoro konun mrfIHK



OCOoOEHHOCTH MYTALIMKM MUTOXOHADWUAIILHELX FeHOn

CTPOTAA CRAIL MEXAY COWUTOM MYTALLM W
KAMMMUECKMM QEHOTUNOM NACTO OTCYTCTaYET.

Oopa U Ta X2 MyTaLa
NONXET SAIIBATE
PEIHNIE CHMNTOMM

O i TOT 2
KNMHMSECRHIA PEHOTHN

MOTYT POPMMPORATS
PAINLIC MYTALMM

Vicxrpouenma!

MERRF cumigom -
MYTOUMM Bcerae a TPHKVS
rese; LHON - mytaume &

resax NO




B JAHK mutoxonapuii 37 reHoB, OHHM YYaCTBYKT B
BbIPa00TKe YHePruHu, CJ1e0BaTEeIbHO 3a001eBaHus,

CBSI3aHHbIE C MYTALMSIMH B MUTOXOHIPHAJIbHbIX IeHaX,
BbI3bIBAIOT JHEPreTHYeCKuil 1epuuuT B KJIeTKAX.




MuTtoxoHapuanbHaa AHK (mTQHK)

16,569 bp

Human mtDNA

Non-coding

rRNA
tRNA

mRNA

B kaxaown knetke

COOEPXUTCS OT
100 go 3000
mornekyn mtOHK

{57 MyShared



Mmoxon nbHas HK

e 37 ua HUX
e Mpynm TPHK 1 2 — B pPHK
i anbHble 13 reHoB KoaupyrT
€pEMHTbI Lienu nepeHoca
e T 3ne|<'rpouoa
Ttgan N 7 « it
— MyTaummn reHoB mtDNA, koaupyroLmx
- ety hepmMeHTbI OKMCNNTENBbHOIO
—— dpochopunmpoBaHns B NEPBYIO
Atpochusi aputensHoro Hepaa flebepa, ouepefb OTpaxaioTcs Ha paboTe
Cungpom Jles (MuToxoHapuanbHas OpraHoB C BbICOKMM a3pOBHbIM
MUO3HUedanonarus), metabonuamom — LUHM, ckenetHble
CemeiiHas aunsataumoHHas MbILULbI, CEpAeYHan MbllLLA, NEeYeHb,
KapaunoMmuonarua NOYKKH

Cynaesa O.H. oksana.sulaieva@gmail.com



MuTtoxoHgpuanbHbie
3abonesanusa (M3)

MpuumEa MT AUCHDYHKLKMK — MYTAUWK B AREDHOM
u muToxoraouaneHon [HK (Hanbonee yacTan
NPUSHHA: HACNEACTBEHHLIE. TONEUHLIE MYTALMA
B MTAHK); '

Yacrorta scrpeqaemocti 1k 5000 (Ho
narvorexsHbie sapuaiTel MrAHK
obrapyxusaorch y 0,5% nonynsunu);

NpoAsnsoTEa B nedom soapacre,
Pa3zHoobpasHble CHMNTOME!,

MNoxo NOANATCA NEYEHMIO,
@ MyShared



MuTtoxoHapuanbHbIN TUM

M0poBBUi  Gommas  GomHol  saopopas KnuHuyeckune npumepsi:

oTeLl MaTh oTer MaTh -aTpousa 3pUTENbHOrO HepBa
A Jlebepa,

~MUTOXOHAPWAlTbHbIE
MUOnNaTuun,

- HacneaCcTBEHHbIE
nporpeccupyroLLme
odTanbmonnern u ap.

ey R MyShared



['eHeTnka M3 (MTJHK)

»
 Rome e
ST TTY

1. MatepuHckoe HacnepoBaHue (90%
HacneacTBEeHHas onTu4eckas HemponaTums
Ilebepa (HI1)): XeHwWwuHa nepenaer MyTauuto
BCEM MOTOMKaM. £ MyShared




ATpodusa 3puternbHbIX HEPBOB Jlebepa

OnpeaAeAeHme .

» HacaeacteeHHas onTuyeckas Herponatus LHON Aebepa nan
ATPOMMA IPUTEABHOO HEpPBO Aebepd SBASETCA HOCAEACTBEHHOW
(NepeAqeTca OT MATEPMU K MOTOMCTEY] MUTOXOHAPWOALHOM
AEreHepaumen raHrAMoOHApHbIX kKAeTok (PCK) cem™aTtkm 1 mx
QKCOHOB, 4TO MPUBOAUT K OCTRPOW MAM NOYTH OCTPOK NoTEepe
LEeHTPOABHOIO 3PEHUA; 3TO BAMAET MPEeUMYLLLIECTBEHHO HO MOAOABIX
PMYKHUH.




SOTUOAOTAG .

» LHON nepeAqeTcd TOALKO MO MATE PUHCKOW AMHMK, MPEXAE BCEro,
N3-3Q MYTALLNE (HEe SAEPHBIX] B MUTOXOHAPWMOABHOM 2 HOME, W
TOABKO AMLLEKAETEO CNOCOBCTBYET MUTOXOHAPMMW B
LHON, Kak NpaBUAO, CBA3AHA C DAHOW M3 TPEX NATOre HHbIX
MUTOXOHAPKHAABHBIX AHE [MTAHK] QLA

MY JOHK nmepaeaie T O TORN0 1 MaT e sCmcil /T, T.x.
MTIOAHK NonaaaT B 2MIorTy TONEKD M3 SAuesoetess, & mariHK
CNHOPMMA IOV EPAOMEYET B LM TONNSEINAG OO TR

P rOAMONNAIMMM O NOTOM KM SONLMOMaTeDs OyayT Taseoe
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KAMHUYE CKAA KAPTUHA.

» KAMHUYECKN —— OCTPOE HAYTAQC NOTEPU 3PEHMA, CHOYOACO B
OAHOM , O 3ATeM Yepes NPOMEXYTOK BpeMEHN OT HECKOAbKMX
HEeAEAb AO HECKOABKMX MECALEB —— B APYrom. HavymHaetca oBbiHHO
B OHOCTH, HO BbIAM COOBLLIEHNA © HOYOALHOM BO3PACTE B
AnanaizoHe 7-75 AeT. HO4OAbHBIM BO3PACT HEMHOTQ BbILLIE Y XEeHLLMH,
(AamanasoH 19-55 AeT: B cpeaHem 31,3 AeT), HeM MYXHMH (AMana3oH
1 5-53 AeT: B cpeaHem 24 .3 roAq).
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