


Dyuxkyuu:

Or1xpbun B 1890 roay Puxapa AnbTMan

MoJIeKYJibl ATP

PHOOCOMDBI BHyrpeHHAn

CHNanxm memGpaHa
BHYTPEHHEHN
memOpaHbi
(HpucTel)
Hapymiran
membpama

0eJIOR
MATP HKC

kosbuesas JTHK

Cunres mojierya AT®, sHepreTHUYeCKHH HEHP KICTKH;

CuHTe3 cOOCTBeHHBIX 0€/IKOB , HYK/JIEHHOBbBIX KHCJIOT, YIIeBO/I0B
H JIHNH/0B;

Oo6paszoBaHue coOCcTBeHHbIX pHOoOCcOM



MUTOXOH/PHA/IbHbIE BOJIE3HM - BOJIbLLIASA
FETEPOTEHHAS. r?s IMAA'HACAE/ACTBEHHbIX

3ABO/IEBAHMI Y MATOJTOT I ECKHX. COCTOAHM,
OE)/C/TOBﬂEHHbM,,FIAPM MU CTPYKTYPbI,
OYHKLMIT M TOXORT 0 ,ZZbIXAHI/IFI

VE cC. ; OBA TEfIEA, YACTOT
3TUX 3ABO/IEBAHH -
1:5000.

Mitochondrion

Inner Membrane



Knhaccmpukauma MUMTOXOHAPUaIbHbIX
60/1€3HEM

EanHOM KnaccnpmKaumm MUTOXOHAPUAIbHBIX 3a601€BAHUM HE
CyllecTBYyeT U3-3a HeonpeaeNnEHHOCTU BKAaJ4a MyTauMM A€PHOro
reHOMa B UX 3TUONOIrMI0 U naToreHes. CylecTeyouwme
KJlacCMdpUKaLMM OCHOBAHbI Ha 2 NpuHUMNax: y4acTUM MyTaHTHOrO
6e/IKa B peakumMax OKUCIMTENbHOro hochopuanpoBaHma m
KOAMPYETCA I MYTAHTHbIM 6E€10K MMTOXOHAPHA/IbHOM MU
apepHon /1HK.

Ha ocHOBaHWM IBOMCTBEHHOCTU KOAMPOBAHUA
MUTOXOHAPHa/IbHbIX 6€/IKOB NPOLLECCOB TKAHEBOro AbIXaHUA U
OKMUC/INTE/IbHOro (boCcopmUInpoBaHMA (AA4E€PHOro U cyrybo
MUTOXOHAPHA/IbHOIr0) NO 3TUOJIOrMYECKOMY MPUHLMNY BblAEAAIOT
3 rpynnbl HacneACTBEHHbIX 601€3HEN.
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AedeKTbl TPAHCNOPTHbLIX CYyOGCTPaTOB;
AedeKTbl CyoCcTpaToB YTUIU3ALUMM;
nedeKTbl hepMeHToB UMKIa Kpebca;

HapyLLUEHME OKUCSIUTENBHOIO
dochopuUnmpoBaHms;

HapyLUEHUS B AblXaTENbHOMU LIENMU;
nedeKTbl MnopTaumm 6es1KoB




® CnopaguyecKkue myTaumu;
® TOYKOBblE MyTaLMU CTPYKTYPHbIX FEHOB;
® TOYKOBbIE MYTaUMU CUHTETUYECKMX FEHOB.




www.bigstock.com * 10116752

® MHOXeCTBEHHble aeneymm
MmuToxoHapmanbHou JHK, Ho Hacneayemble
No ayTOCOMHO-AOMMHAHTHOMY TUIY;

® Aenneymmn (YMeHblUEHME KOJIMYeCTBa)
MmUTOXoHApuanbHou JHK, Hacheayemble no
ayTOCOMHO-PEeLECCUBHOMY TUNY.



bonesHu npoueccoB OKUCAUTENIBHOIO
dochopmampoBaHmA.

bone3Hn 6eTa-OKMCNEHNA KUPHbBIX KUC/IOT.
[lebeKTbl MeTAab0IM3MA NUpPYBaTa U UMKIa Kpebca.




P 0%
MUTOXOHAPUAJIBHBIE

3ABOJIEBAHUA XAPAKTEPU3MIOTCA

BbIPAYXEHHBIMPA3 ASMEM
CMMMTOMOB. MOCKO/IBRY CAMbIE

SHEPIrO3ABKCUMBIE CUCTEMbI - *
MbILIEYHASIM HEPBHAS CUETEMbI; OHM
NoPAXKAIOTCA B REBBYIO O PE,[I,b
NO3TOMY PA3BIBAT HAUBOJIEE
XAPAKTEPHbIE bl.
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{0NaTUYECKMN CUHAPOM
aboCTb M aTpoduUs
yca, Mbillie4Hble ‘\.1'
211 pa3BMBAOTCS

, CHMMKEHMEe
Na3mbl

Normal heaithy musculaiure Muscular dystropty



® CMMNTOMbI NOopa*KeHUs HEPBHOU CUCTEMbI: 3aJ€eprKKa
NCUXOMOTOPHOI 0 pa3BUTUA, PeErpecc NPpMOOPETEHHbIX
HaBbIKOB, Pa3/IMYHbIE TUIMbI CYA0POr (TOHUKO-
KJIOHUYECKME, MMOKJIOHMYECKUE), pECNUPATOPHbIN UM
HEUPOAUCTPECC-CMHAPOMbI (MEPUOAMYECKUE alHOD M
TaXMMNHO3), MOBTOPHbIE KOMATO3HbIE COCTOAHMA,
CONpoBOXaaowmMecs aumi030M KpOBM U YBESIMYEHMEM
KOHLEHTPaUuKM KETOHOBBIX TeJ1, HapyLleHUE NOXOAKM
(MO33K€e4yKoBas atakcusa), y AeTEN CTapLUero Bo3pacTa
MHCYNIbTONOAO0OHbIE 3NM30/bl, FOJIOBHbIE OON,
rOJIOBOKpPYKEHUE, nepmcbepmqecwe Hel/IpOI'IaTMM
aTeTos. . ~ 1 4 Q
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‘® ! MMHT?Mbq@paQ opra B: OpraHa

3peHua (ria3oBuUrarTes CTpoMCTBa (NTO3
Hapy>KHasa odTanbMonaerus); atpodusa 3pmuTesibHb
HEPBOB, NMUIrMEHTHaA AereHepaumsa CeTHaTKu,
KaTapakta, MOMYTHEHUE POrOBULIbI; Y AETEN
cTapLuero Bo3pacTta - remmaHoncma (aedeKT noss
3peHus), opraHa csiyxa (HEMpoCeHCOpHas r1yxoTa
I CHUXKEHUe Cyxa).




CMMNTOMbI Nopa*KeHUA BHYTPEHHUX OPraHoOB U CUCTEM.
Cepaua: kKapaommonatua (aAMnAaTaumuoHHas Uan
runeTpoduyecKkan KapamMommonaTmsa), pasiMyHble 6710Kapl
cepAua (noparkeHue NpoBoAsLLEN CUCTEMbI CcEpALLA).

[MeyeHuU: renaTtomMeranma Uau yBeamdeHme nevyeHu
HapyLweHUeM eé PYHKUMM BNIOTb A0 pa KA Ne4YEHOYHOMU

HE0CTaTOYHOCTM. v
Mouek: Ty6ynsapHble pacCTPOMCTBA MO cuHapoma /Je-

ToHu-/lebpe-PaHKoHU (MOBbILLEHHAA SKCKPELMSA r/TIOKO3bl,
AMUHOKMCNOT M (pocaToB). ~

KKT: noBTOpHbIE NPUCTYNbI PBOTHI, ,qmapeﬂ\ C AMCYHKUMEN
NoXKenyA04YHOU Kenesbl; Lie/IMaKonoA06HbIM CUHAPOM.

Cucremoli KpOBH. NaHUUTOMNEHNA, Ma DOLMT.A ‘&ﬂ‘aHeMMFI.

DHAOKPUHHOMU CUCTEMbI: 3aJeprKKa :
NoJIOBOro pasBUTHA, TMNOrIMKEMMSA, CaxXapHBHT

AnabeT, rmnoTasiaMo- rwnocbmaprm t ' MW& AeDUUMTOM
CTl, AUCDYHKLUMA LWUTOBMUIHOM KeNe3H, M@Pfrm €03,
rMneprnapaTupeos, rmnepanbAOCTepoﬁ N )64
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U NaKTaTa U NMMpyBaTa B KPOBH, yBeJ/IMYHEHUE

MHAEKeaJIaKTaT/ nupyBaT 6osee 15, ocobeHHO ycnnamBatomecs npm
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A TMKEMMIO;
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dubpobnacrax.

S HMFI 3- FMAPOKCMMaCﬂHHOM

chyCHOM KMCNOTbl B KPOBM;

BHOCTM MHUTOXOHAPUAJIbHbIX CbepMeHTOB B MNOLUNTaAX U

www.diggnostka rusmed.ru



® OAUH U3 BaXKHbIX MApPKEPOB MUTOXOHAPHAJIbHbIX
60ne3HeN - PEHOMEH «PBaHbIX» KPaCHbIX BOJIOKOH
[dbeHomeH RRF (ragged red fibres)], ycTaHOBIEHHbIM
B 1963 r. OH cBA3aH Cc o6pa3oBaHMeEM BCaeACTBUE
npoandepaymm 1 04aroBoro CKomnJieHus
reHEeTUYECKU M3MEHEHHbIX aHOMA/IbHbIX
MMTOXOH/ZPUM MO Kpato MbILLEYHOIO BOJIOKHA. JTOT
(hEHOMEH BbIABAAOT NP1 CBETOBOU MMKPOCKOMUM C
MCMNOJIb30BaHMEM cneu,maanom OKpacku 'omopu,
O[IHAKO B nocsiegHue roabl 4 §Toro MCNOZiRaNIY

N



K apyrum mopdosiormyeckMm rnpusHakam
MMUTOXOHpUa/IbHOM NaTOJIOrMM OTHOCHT:

DE3KOE YBE/IMYEHNE PA3MEPOB MMTOXOHAPUU;
HaKoNJIeHME rIMKoreHa, AMNmMa0B U KOHITIOMEPaTOB
KanbUMA B CybCcapKonemMmax;

CHMXEHME aKTMBHOCTU MUTOXOHAPUAIbHbIX PEPMEHTOB;

HapyLleHHoe pacnpeaeneHue rpaHy/1 akTMBHOCTH




© @

Kputepum aAMarHoCcTuKm

BbigenaoT 2 rpynnbl KpUTEPUEB AMArHOCTUKM MUTOXOHAPHAIbHBIX
60o1e3Hen. OCHOBHbIE KPUTEPMM AMATHOCTUKM (NepBas rpynna).

KanHnyeckue:
yCTaHOB/IEHHbIE AMarHo3bl: cMHAPoMbl MERRF, MELAS, NARP, MNGIE;
[MMpcoHa, HenponaTtua Jlebepa, 6onesnu Jles, Anbnepca

Ha/M4ue 2 UM KoOMBMHaUMA cneayoLmx NpU3HaKoB:

MYJIbTUCUCTEMHOIO MOPaXKEeHUSA, MATOrHOMOHMYHOIO A8 6ONE3HEN [bIXaTe/IbHOM
Lenm;

nporpeccmpyrouero Te4eHna c ann3oaamu 3|<3au,epe6pau,l4m UJIN HaIM4nA
MUTOXOHAPUAJIbHbIX MyTaLIMM B CEMbE;

MCKIOYEHNA META00IMYECKUX U APYrux 3a60/1€BaHUN nposeageHnMemM
COOTBETCTBYHOLWMX TECTOB.

[McTonornyeckme - obHapykeHue peHomeHa RRF 6onee Yem B 2%
MbILLEYHOWU TKaHM.

JH3MMaATHYECKMe:

LUTOXPOM C-OKCMﬂ,a3OHeFaTMBH bl€ BOJ/IOKHA,

CHM}KEHUE aKTUBHOCTM 3H3MMOB KOMIJIEKCA AblXaTe/ibHOM Lienu (<20%
HOPMbI B TKaHM, <30% B KNeTKax UM HECKOJIbKMX TKaHAX).

OyHKLMOHa/IbHblE - CHMXKeHMe cuHTe3a ATO B pnbpobnactax 6onee
3 CTaHZapTHbIX OTK/IOHEHMM.

MoneKynApHo-reHeTUHecKme - NaToreHeTUHeCKM 3Ha4YMmble MyTaLum

aaepHon uan MTAHK.
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JlononHUTeNnbHble KpUTEPUU AMArHOCTUKMK (BTOpaA rpynna).

KnnHuyeckue - HecneumdUyeckme CUMNTOMbI, BCTPpeYatoLLMecs
npu 6071E3HAX AbIXaTeNIbHOMU LENU (MEPTBOPOXKAEHME, CHUKEHUE
JBUraTesIbHOM akTMBHOCTM N104A, PAHHAS HEOHAaTa/IbHasA CMEPTb,
JBUraTesibHble pacCTpPoMCTBa, HapyLlEeHWE Pa3BUTHA, HApYLLUEHME
MbILLEYHOr0 TOHYCa B HEOHATaJIbHOM NEpUoJE).

[McToNorMyeckme - masbin npoueHT peHomeHa RRF,
cyb6capKosieMMa/ibHOEe HaKorMnJieHUe MUTOXOHZAPUN NN UX
aHOMaJInM.

JH3MMATUYECKME - HMU3KAA aKTMBHOCTb (DEPMEHTOB AblXaTe/IbHOr0
KoMnsiekca (20-30% HopMbl B TKaHU, 30-40% - B KNeTKax Uau
KNEeTOYHbIX JIMHUAX).

DyHKUMOHa/IbHbIE - CHUXKeHUe cuHTe3a ATP B pmbpobiactax Ha
2-3 CTaHAAPTHbIX OTKJIOHEHUA UM OTCYTCTBUE pOCTa
(hunbpob6s1aCcTOB B Cpejie C raJlakTo30M.

MoneKynsipHO-reHeTUYECKME - 0BHapYKeHMe MyTaumMKn SAepHOU
mnn MTAHK c npeanonoXutenbHOM naToreHeTU4YeCKoM CBA3bI.

MeTabonmnyeckme - obHapyKeHne oHOro uau onee
MEeTab0/IMTOB, YKa3bIBaKOLIMX HA HAPYLUEHUE KNETOYHOM
OMOSHEepreTnKM.



Cunpgpom MERRF (aHrn. Myoclonic Epilepsy with Ragged Red

Fibers, MMOK/IOHMYECKasA 3NUNEncUa C pBaHbIMU MbILlLEYHbIMU BOJIOKHaAM
peAKkoe MUTOXOHAPHasibHOe 3ab60/1eBaHME, Bbi3blIBaeMOE MyTaUUAMU B cnej
reHax: MTTK, MTTK1 MTTH,MTTS1,MTTF. Cumntombl MERRF Takxe npoasns
npy MyTtaumax reHa MTNDS.

CuHapomM NARP- HeBponaTtus, aTakCMs, MMIMEHTHbIM PETUHMUT.

CunpgpoM MNGIE (Mitochondrial neurogastrointestinal encephalop
syndrome) ABnAeTcA peAKUMM ayTOCOMHO-

peLEeCCMBHbIM MUTOXOHZPUA/IbHbIM 3a60/1€eBaBHUEM OObIYHO
NOABNAKTCA MEXKAY BTOPbIM U NATbIM AECATUNETHA KU3HU. B oTanum
TUMUYHBIX MUTOXOH/PUaIbHbIX 3a60/1€BAHUM, BbI3BaHHbIX
MuToxoHapuanbHon AHK (MTAHK ) myTaumm, MNGIE Bbi3biBaeTCH
MyTaumsamm B TYMP reHa, KoTopbin

KoamMpyeT dpepMeHT TUMManHGOoCcdhopmuaassbl.







