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MEIHUIHMHCKASA
AKAODEMHUHA

JIpIxarejJbHada 1eNnbs
CTPOCHHE U (PYHKIMH.
OkuciaurejabHOE

(pochopuIpoBaHMCa



JbIxareJbHas 3JCKTPOHTPAHCHOPTHASA IeNb— KOMILIEKC
CTPYKTYPHO U (DYHKIITMOHAJIBbHO CBSI3aHHBIX (PEPMEHTOB,y KOTOPBII
pPacmoJIO)KEH BO BHYTPEHHEN MEMOpPAHE MUTOXOHJAPUN U OOECIICUMBACT
TPAHCIOPT 3JIEKTPOHOB M IMTPOTOHOB HA MOJIEKYIAPHBIA KHUCJIOPO IIPH
OJITHOBPEMEHHOM IIpe00pa30BaHUN PHEPTUU TOr0 TPAHCIOPTa B
MaKpO3PIrU4YECKUE CBA3U MOJEKYIbl ATD

Cyocmpamut OvixamebHOU yenu:
« HAJTH+H* (HAJIH,)

o CyKIIMHAT



MAaTpnec

By TpeHHas
seeralioara

MEMEOPAHHOS
MPOCTPancTBO

AT®D-cuHTa3a



MI/ITOXOHI[pI/IaJII)Haﬂ HCIIb IICPCHOCA IJICKTPOHOB

MexXMeMbpaHHoOe

NPoOCTpPaHCTBO
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I  xommjekce aeixareabHou uenun — HAJIH-
neruaporeHaza — OMH-cogepxamuii pepmeHt. B
KOMILUIEKC BXOHUT TAKXKE TPYIIA XKEJIE30-CEPHbIX

OEJIKOB.

Cyocmpam: HAJJTH+H"

U3ouuTtpar.
I'IupyBaT\\“

HAH-aernaporeHasa

Manar > HAOH —
a-ketornyrtapart /

®MH
Xeneso-cepHble 6enku

I komnnekc AU



II kommiaeke apix. nenu — OAJl-comepkamui

(PepMEHT -CYKIIMHATAEIHAPOoreHa3a

Cyocmpam: CyKIMHAT (SSHTapHAs KHUCJIOTA)

CYKIHIUHAT ——

CJAI
QAL
/Kel1e30-cepHbIe
0eJIKH
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YBUXMWHOH (Ko>n3um Q)

0O OH
I |
R‘l Rx e+ H* R3 @ Ra
+
R, R, Ry R;
|
. o

OKUCneHHasa hbopMa  BOCCTaHOBNEHHas chopma

YOUXUHOH, MPUHUMAS JIEKTPOHBI U
IIPOTOHBbI, MEPEXOAUT B BOCCTAHOBJIEHHOE
cocrosinne (KoQH,)



ITocne Ko(QQ B JbIXarelabHOM IENU
PACHOJIOKEHA TpPyHIla IIUTOXPOMOB —

TEM-COACPKAIUX (€ pMECHTOB,
00€CIICUHBAIOIIHNX TPAHCIIOPT
JJICKTPOHOB.

Pazaugaror HECKOJBKO KJIaACCOB
nuToxpoMoB: A, B, C, oOpa3yromux
OpPraHU30BAHHBIE KOMILJICKCHI.



Il KOMIJIEKC JIbIXaTEIbHOW e — HUTOXPOMC-
peaykraza. B cocraB KOMIUIEKCA  BXOJMT

nutoxpombl B + €., a Tak ke rpymma xenes3o-

CEpHBIX OCJIKOB.

/; B+C, :

e
KOQH2 > | JKesaeso-cepHbie 5 LluToxpom C
Oesku

111 xommuiexce 11



umoxpom C

CCiOH COIOH




1V koMnJjaeKke NnIXxareJdbHOU HEU —

nuToxpomokcuaasa (1(XO).

[{luToxpomMoOKcHa3a  MPEACTABISET  KOMILIEKC
nuToxpoma A + A, coneprkaiii B CBOEM COCTaBe

Cu.
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Huroxpom C —> Cu — 0, — H,0

IV xommiexce /111
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1. Mumyenn cchopmynmpoBan X MMOOCMO TUYECKYHD

TEOPUH OKUCNUTENBHOro hocopUnMpoBaHns o

(Hobenesckasa npemusa 1978 r.). | ‘
3 -

[MlocTynatbl XeMMOOCMOTUYECKOW TEOPUMN:

BHYTPEHHAA MWUTOXOHApWanbHaa membpadHa (BMM)
HenpoHMuaema AnA WOHOB, B 4acTHocTn ana H' w
OH-;

3a CYET JHeprMu TpaHcnopTa aneKkTpoHoe 4epes |, I
n IV Komnnekckl AbiXxaTenbHOW UEenNM M3 MaTpukKca
BbIKAa4YMBaKOTCHA NPOTOHLI;

BO3HUWKaOWMMN HA membBpaHe anekmpoxumMuYyecKkuu
nomernyuan (AXI) n ecte npomexytovHan chopma Sn
3anacaHus IHepruu;

BO3BpalWeHne (TpaHCnoKauua) NPOTOHOB B MaTpPUKC
MUTOXOHOPWW Yepe3s l"IpDTOHHbIﬁ KaHan AT®-cuHTa3bl
3a cyet IXI sAanAeTca ABWMXKYLIENW CUNOW CUHTe3a
AT®.



Cunres ATDO - OKUCJIUTEIbHOE

dochopunupoBaHue = IPEACTABISCT MOPOLECC
OMHOBpeMEHHOTO moTpedieHust O,y AILD u O .

B npenemax LI »TOoT mpoliecc NpOUCXOAMUT

mpudicont Ha yposHe 1, Il u IV xommmiekcos.




Dynkuuu ovixameabHou yenu:

o Tpancropt 3yiekTpoHOB Ha O, —
TKaHEBOE JIbIXaHUE.

o[IpeoOpazoBanue SHEPIrUU
TPAHCIOPTA DJJIEKTPOHOB B HHEPIHUIO
MaKpO3prudeckux cesizen ATO.
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Cunres AT® npoucxoaur npH

ydyacTuu (pepMeHTA=
AT®=cuHTETA3BI
(nporonnas AT®a3a)



KoadduumeHT cpbocdopunuposaHusa (P/O)- konmyectso

MOJIEKY HeopraHmyeckoro goocdara, Kotopoe Bknrovaetca B ATO
B pacyeTe Ha 1 aToM Kucrnopoaa

Mpn okncnednn HAQH*H* moxeT ObiTb CMHTE3MPOBAHO 3 MONS
ATO®, To ecTb KoadphpuumeHT cpochopunuposaHusa (P/0O)=3

[Mpn okncnenHmnn @AAOH2 moXxeT ObITb CUHTE3NPOBAHO 2 MOJS
ATO®, To ecTb KoadphpuumeHT cpocdopunuposaHusa (P/0O)=2



Peryasinusi TKAHEBOI0 AbIXaAHUSA
(TpaHCcmopTa 3JIEKTPOHOB):

e Peryisius 3a C4ET KOHICHTPALIUU ()2

e[lbiXaTeNbHbIN KOHTPOSb (3aBUCUMOCTb

MWUTOXOHOpPMarbHOro OKUCIEHUS oT
KoHueHTpauun ALD)

ePerymsanmss 3a C4ET  MHTUMOHWTOPOB,
IIPEPBIBAIONINX MOTOK JJIEKTPOHOB I10

NIbIXaTEILHOM IIEIIN.



HekoTopble npeacraBuTe] M HHTHOUTOPOB
TPAHCIOPTA 3JIEKTPOHOB

NADH

@AamHaT } | [ bapbutypathl |

oKcanoaLietar (NA?JTZZ.?::.,'M;%(aMMTaH),POTeHOH
ol |

cykyvar— <1 § vQ A /

komnnekc |

CYKUMHATAeruaporeHasa l
S i ) komnnexe |l ﬁﬂ\HTMMMU‘MH A]
(uuroxpom C-pepykraza 3

. (Morookeug yrnepoga (CO);

:ili‘:i’.l’l:’il@? asnabl (NaN),
" lunannabl(CN),
cepoBogopos (H2S)




Peryasiuus cuaresa ATd:

® Pezyjmuu;z nNPpOMOHHOZO0 NOMOKA 3a cuem

pazoowiumereu:

- HpOTOHO(I)OpBI (anHnTpodeHon, XUpPHble KUCNOTbl, TUPOKCUH,

KaTexollaMUHbI, TepMOFEHI/IH)

- I/IOHOCI)OpBI (BanMHOMUUMH, rpaMuUMAVH, NOHBbI Ca2+),

® Pecynauua 3a cuem 1uanuA Ha NPOMOHHYIO
ATDa3zy:

- Uaruburopsl (hepMeHTa (OJIUTOMUIIHH)

- JlereprenTsl (0J10Kaa MPOTOHHOIO KaHalla BHYTPH
(bepMeHTa) (>ken4HbIe KNCNOTbI, TPUTOH U T.A4.).



DU3HOJOTrHYECKHE PEryYJaATOPI
OKMCJINMTEIbHOI0 hochopuiavpoBaHus:

e -cybcTpaThbl uukna Kpebca,

e -oTHOweHue [ATP]/[ADP] (o6paTtumocTb
ATD-cnHTEeTasHOU peakumm),

e -KUcnopop (rmnokcus),

e -(pusnonornyeckue pasobwmrenm
(*>KMpHbIe KUCNOThbI,
nusodgocdonmnnabl, FOPMOHbI, MUOHbI
Ca2+, TepMOreHuH).



OCo0CHHOCTH IHEPreTHYECKOro 00MeHa y pedeHKa 00yC/I0BJICHbI €ro
UHTCHCUBHBIM POCTOMy OMOCHMHTETHYECKOH 1eATEIbHOCTHIO,
(PYHKIMOHAJILHON HE3PEJOCTHIO PAAa PEryJsTOPHBIX CUCTEM M
(GopMupymIencs IBUraTeJIbHOU AKTUBHOCTbIO.

Haunbonblwiune oTnnunsa aHepreTu4yeckoro oomeHa

CBOUCTBEHHbLI HOBOPOXAEHHbLIM.

1) OOMeH 3Heprmn Ha egUHULY MaccCbl Terla Yy HOBOPOXAEHHbIX AeTeu
3HauyumTenbHoO (B 3 pa3a) Bbiwe, YeM Y B3pPOCHbIX.

460

SHeprua, k= /kr
Macce! B CyT.

L D R

2) Y rpyaHbIX geTen 3HauynTeribHas 4YacTb dHepro3artpart NoKpbiBaeTcs 3a cyeT
NMNUAOB, a He YrneBoaoB, KaK Y B3POCHbIX.

3) B TeyeHue 1-ro roga Xn3HM npoucxoauT agantauma pedbeHkKa K siero4HoOMy Tuny
CHabXeHns opraHn3Ma KUCriopogomM: aHadpoOHbIe npoueccbl OKUCIIEeHUNA
CMEHSAITCA a3pPOOHbLIMMN.

4) Hann4yue y HOBOPOXAEeHHbIX cneuncpunyeckne MexaHuM3MoB TepMoreHesa-
«HEeCOKpaTUTEeNbHbIN»TEPMOreHe3, XuMM4Yeckaa TepmMmoperynsauus
(TepmoreHuH).

5) ®opmMupoBaHue CUCTEMbI ABUraTenbLHOro annapara Takke Hy)XAaeTcsl B
AHAUMNTANBRHLIX 9HeDbreTnuecCcKiniyy 227D aAaTax .

O}



Mumoxonopuanvholit 2eHOM




Ob6was xapakmepucmuka
MUMOXOHOpuUasibHbIXx 60s1e3Heu

* MutoxoHgpuanbHbie 6051e3HN — 3TO
MYNbTUCUCTEMHbIE 3aboneBaHns, NPUYNHON
NN rMaBHbIM 3NIEMEHTOM MaToreHesa KOTopbIX
ABMNAETCA HapyLleHne PYyHKUUN MUTOXOHOPUN
TKaHeun, BbI3BaHHbIX MyTaLUNsIMU
MUToxoHapuanbHou unu agepHon [OHK. B
nocnegHue roabl AOCTUTHYT OOrbLLOW Nporpecc
B MOHUMAHMKN CYLLHOCTU 3TOM OOSbLLUOW rpynmnbl
PACCTPONCTB, YTO NPUBESO K pa3paboTke NyTen
NX NeYeHns, XxoTs 8 bosibWUHCMeae criydaes
amu 3aboJsieeaHusi He pacrio3HarOMCcsi U He
Jleyamcs



Op2aHbl U cucmemabl, nospexoaembie rnpu

MUMOXOHOpPpUasibHbIX 601193HHX

HepBHaxa cmcrema
npunagku, Tpemop, 3a-
AepXKa pasBUTUS, rny-

nTo3 BeK,
HapyX-

XOoTa, AeéMEeHUUsA, UHCY- Hasi O¢)TaﬂbMO'
nbTbl B Bo3pacTe Ao 40 ‘ nnerus,
1neT, HapyLweHUusa paBHO- 9

Py P cnenora,

Becusi, npobnembl C ne- .
MUTMEHTHbIN

pudepunyeckummn
pEaN z peTuHUT
Cepaue
KapauomuonaTum
(ceppeuHas Hepo- CkenetHas
CTaTOYHOCTb, Hapy- MycKynaTtypa

weHusi npoBoAu- MbllLUeYHas cna-

MUOCTK 6OCTL, CYA0POrM
MeyeHb HAniieBa
ne4yeHo4YHas HepgocCTa- HbIA TPaKT
TOYHOCTb, | KucnotHbin ped-
JIIOKC, XPOHMY.
Ana-
pesi, Henpoxoau-
Mouku MOCTb KMLLUEYHUKA
CuHgpom ®aHKOHMU -
(noTeps

Nonxenyano4yHas
Xxenesa

caxapHbin guaber

3cceHumnanbHbIX
MeTabonuToB C
MoYoMn)




lNlepeu4HbiIe (8pOXXOeHHbIE)

MUMOXOHOpuUasibHbIe 60s1e3HU
MOTyT ObITb OOyCnoBfEHbl MyTaLUUAMU
nmbo B ssiaepHOM, NMMbo B
MUTOXOHAPUanbLHOM reHoMe.

AOoepHble MyTaumMm MOTryT UCKaXXaTb FeHbl,
Kogupyrowime oepmMeHTbl Unn
CTPYKTYPHbIE DENKN MUTOXOHOPUM,
TPpaHCNoKa3sbl, MUTOXOHAPWANbHbLIN
MMMOPT OENKOB, a TaKXKe MEXIEHHYIO
cUrHanusauuto



ITEPBITYHBIE MITTOXOHIPITOITATIIIT

-BoaxezHr AdbpLreimepa

-Boxezns ITapKimcoHA

-Crmaapom KupHcea-Celtepa (0@ TaasMoILIerms,

MO3KeYKOBEIe PACCTPOMCTEA, IITM. Pe TIHHOIIATIIA)

-ATakcia Ppraperxa

-MELAS-coHapoM (METOX0H. HIIE (AadoIIaTiiA, JaK TALFLI03,

HHCYJE T-TI000HBIEe IIT30051)
- BpoxgeHHasa onTHK o-HelpormaTtia Jledepa (LHO N-crmmp onr)
-NARP-cuHapoM (HeIHporeHHAsA aTAK CHA, ITNT MeHTHAA

Pe TITHOITIA TIIA)

-Bomxe3zHes XaTTHHITOHA

-CaxapHeOi mader

- CeMeIHE DT 60K OBOK AMIIO TPO PIMYeCKINI CKJIeP 03

- MINGIE (MHTOXOHIPHAJILHAA HeIIPOracTpo-

HHTe ¢ THHAILHAA YHIe (adornaTia (CHHOpoM XIPaHo)

- HecamapoMHAsA rIyXoTAa

- MHuTOX0OHAPpHAILHBIe MIOITA THI

- MurpeHs

- MERRF (MIOKJIOHYC-3IILISIICHA, MITOX0HIPHAILHAA
MIIOITATHS, Je MeHLFIA)

- MMC (mMxiormaTisi, rHIIeprpo dirye ckass Kap I rioMIIOITa TH)

- Cymppom Boas gppanta, DIDMOAD (HecaxapHBLII Juzaber,
caxapHbIi qaber, arpodisa 3pHUTeI-HOI0 HepBa,
HeIpoCceHCOpHAasa IJIyXoTa)

- Cerebral autosomal arteriopathy with subcortical infarcts
and leukoencephalopathy (CADASIL)



BmopuyHbie (npuobpemeHHbIe)
MumoxoHdpuornamuu

1. Cneuyuguyeckul decpuyum memabosnudyeckux uHmepmeouamos usnau
kKoghakmopoe (TnammHnmpodpocdara, nmnoamuga, onaBUHOBbLIX U
NMPUOMHOBLIX HYKNEOTNOOB, NAaHTOTEHATA, KOSH3MMa Q, KapHUTUHA K1 ap.),
a TakkKe CHWKEHME aKTUBHOCTU DEPMEHTOB AbIXaTenbHOW Lienu
HEereHeTU4YeCcKoro xapakrepa;

2. QHOokpuHonamuu (runotanamMmo-runodusapHas naTonorusi, NaTonorns
LLIMTOBUAOHOW Kenesbl, NO4KEeNya04HOM Xeresbl, Haano4e4YHNKoB) MOTyT
CNY>XUTb NPOBOUMPYIOLLUM (PaKTOPOM pasBUTUS MUTOXOHOpUoONaTUn;

3. Nwemusi-penepgpy3usi. [MNoKCUSA U MHIMOUTOPbI MUTOXOHAPMANBHOIO
ObIXaHNS NPUBOAAT K TAKUM Xe N3MeHeHnAM meTtabonuama n yHKLnm
TKaHeW, KOTopble UMEKT MECTO MNPU NMEPBUYHBIX MUTOXOHApPMoNaTmnax [36].
Haunbonee 4yBCTBUTENBHLIMU K HEAOCTAaTOYHOMY CHAOXEHUIO KNCNOPOAOM
SIBMSAKOTCS CTPOro a3pobHbIe TKAHW, TaKMe Kak MO3r, MMOKap4 Ui Nnoyka;

4. Xumu4yeckue, yiekapcmeeHHble u 6akmepuasibHble MOKCUHBI,

5. OHKO2eHe3;

6. CmapeHue.



