3aranbHa XxapakTepucTuKka

MiTOXOHApPIaribHOI NaToONOril.
KniHika, glarHoCTUKa, nikyBaHHS.

JleBeHeub Codia CepriiBHa



MiToxoHApianbHi 3aXBOPIOBAaHHA

[eTeporeHHa rpyna cnagkoBuX 3aXBOPOBaHb, ika XxapakTepu3y€eTbCS

naTonorieto B CUCTEMi MITOXOHAPIN (MOPYLUEHHS CTPYKTYPU, OYHKLIN

MITOXOHAPIN), WO NPU3BOANTb 4O OpraHonaTin TUX OpraHiB, B AKX BOHU
MaKCMMasibHO MICTATbLCA.

. Williams-Beuren 2. Del22q11 3. Rubinstein-Taybi syndrome
. Other microdeletion syndromes (exampled/ e /ical Planet. su

= 5
— MeOouyuHa 051 eac

Nn=)

1. Fetus: 22nd week 2. 5months 3. 8 years
D. Phenotype of duplication 5q at different ages



* BioxiMIYHO MITOXOHApoNAaTII —
Lile NOpYyLUEeHHS (epPMEHTIB
abo pepMEHTHUX KOMMIEKCIB,
be3nocepeHLO 3anydYeHux y
BUPOOHMLITBI XIMIYHOT eHepril
3a JOMNOMOIrol OKUCIOBarb-
Horo dpoocdpopuntoBaHHA.

* |cHye gediunT BUPOOHULITBA
KNITUHHOI eHepril BHaAcnigokK
reHeTUYHOro AedeKkTy

MiToxoHapianbHol JHK.




AKTYAJIbHICTb

- 3Ha4yHa pPO3NOBCIOMKEHICTb Y BUMMAAI
nonicMHAPOMHOI natonorii 3 6inbL YacTum
YPaXKeHHSM:

* HEPBOBOI CUCTEMU * OYEN ° cepusd * HUPOK
* M"A30BOI CUCTEMMU * EHOOKPUHHUX OpraHiB
- HeeeKTMBHe TpaauuinHe IiKyBaHHS

- CciMerHWKn xapaktep natonorii (y Bunagky
NOpPYLLUEHHST OKUCNOBanbHOro dpocopusntoBaHHs)

4acTOTy IUCQPYHKINT AMXaTbHOTO JIAHIFOTa OLIIHIOIOTH BI/I
1 Ha 5-10 Trcsy mo 4-5 Ha 100 THCSY HOBOHAPOHKEHUX

- MatoTb TEHAEHLUIt0 0 POCTY B reOMETPUYHIN
nporpecii

- BUpakeHa iHBanigusauis




lcTOpn4yHa OoBiaka

* 1962 pik - BHepiie BIAKPUTI MITOXOHAPIAIbHI
3aXBOPIOBaHHS (onurcaHa xBopoba Jlrodra y Momoaoi
"KIHKH )

e 1960-1990p.p.- m1arHOCTHUKA MITOXOHAPOIIATIMI
BU3HA4aJach TUIbKH O10XIMIYHHAMH 1
MOP(hOJIOTTYHUMH KPUTEPISIMU

HK,

\

* 1988p. — BHepiie foBeacHa poiab MyTalli  MT /]
3aKyaJicH1 0a3uCH1 MPUHIIUINA MITOXOHAPI1aJIbHO1
1aTOJIOr1].



Cxema bynoBu MiTOXoHAOPIl

BHyThEHHAA
— EMOpaHa

BHewHaa

MaTpukc

« MitoxoHipist onucaHa AJIETMaHOM TTOHA/T
100 pokiB TOMY, sIK OaKTepisi — Mapa3ur.

* MiToxopii — 1€ YHIKaJIbH1 €HEpreTUYH1
(abpuku KIITUH: 3a0e3neuyroTh Maitxe 90%
BCI€1 €Heprii 1l IOTPEOU OpraHizMy y
BUNIISIII MoJIeKya ATO.

BynoBa MITOXOHIPIH :

- 30BHIIIHA MeMOpaHa: BUCOKa IIPOHHUK-
JIMBICTb, BIJJIIIISE€ OpraHely Bij IMTOIIa3MU
KJIITUHU

- BayTpiuias memOpaHa: yTBOPIOE KPUIITH,
MICTUTH S5 MYJIbTU(EPMEHTHUX KOMILICKCIB
IUXaJTBHOTO JaHITIoTa

- Marpukc : mpoTiKarTh O1IBIIICTh
010XIMIYHUX MPOLECIB OKUCIIOBAIBHOTO
dochopuirroBaHHS 1 OHOBJICHHS B
JTUXaJIbHOMY JIAHITI031

» Mitoxozapii maroTh cBoi BiacHi JIHK, PHK
1 pubocomu



MirtoxonapiaasbHa JJHK (MT
JTHK) — 1e:

® MIKPOCKOITIYHA MOJIEKYJIa, sIKa
BKJIro4ae 16569 map HyKI€OTUIIB

* KoxHa K11THHA MICTHUTH Bi1 2 110 20
KIJIBIIEBUX MOJICKYII
miToxoHipianabHoi JIHK (MT/HK)

* CKJIQJJAETHCS 3 JBOX
KOMILIEMEHTAPHUX JIAHI[IOT1B
IPOTHUIICKHOI Opl1EHTAITI]

* Koy€ 37 TEeHETUYHUX MIPOIYKTIB: 2
rean pPHK, 22 rean TPHK 1 13
CTPYKTYPHHX T'€HIB



MiTtoxoHapiansHa OHK

o

OmHO4YaCHO B KJIITHHI MOXKYTh
CITIBICHYBaTH HOpMaJbHUH (AUKHUI) 1
mytanTHuM T MTIHK, 1110
NPUUHSATO MO3HAYATH TEPMIHOM
reTepoIia3Mis

O6I/II[Ba iy MmT/IHK B npoue<:1
MOALTY KJIITUHU pOSHOI[lJISI}OTI:CH
BHUIIAJIKOBO M1K JIOYIPHUMH
KJIITUHAMU

Tomy B HACTYITHUX MOKOJIHHSIX
YaCcTUHA KJIITHH MOXKYTh MaTH TLIbKU
HopmanbHi MT/IHK, yacTrHa — TUTbKH
MYTaHTHI, & TPETS YaCTUHA - 1 T1 1
a1 Tunu Mt/ IHK

XapaKTepHE MAaTEPUHCHKE
CIaJIKyBaHHs



MarepuHCbKEe CHAaJAKyBaHHA

dizsionoriga MaTepUHCLKOro Tuny
CrnafKyBaHHs Ha BIOMIHY BiJ
MeHOENIBCbKOro Tuny nondrae
B TOMY, LLO Nig 4yac 3aI'IJ'Ii,EI,HeHHFI

NPY NPOHWKHEHHI B ANLIEKMITUHY
CnepmaTtos0i[ BTpavae XBicT 3

BbIPOBOTCH 3HEPrUM KNEKH,

Bce MATOXOHAHH ~ KOMMK

o 100000 ex, xoropsle
HAXOARTCA B MTEQHHOX O

: ;‘ \ :‘ RHLXNGTHE B MOMBHT

£ 3040ma, Cnepuo o0 Tocxs

. \
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I S b ¥ I CORBPXT UHTOXOHEPHH, Ho
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"
| e ¥ NONARAKT & AHLBXNETTY.
ﬂ J/‘f | /"(,"Q i ﬁ" ‘ MATOXONGOPHH OT MCT8pH

'» A p J/ ‘; “"l‘ " o ~’ 4 NSPEAOIOTCA H AOYEPH , W
" ChiY, HO TOABKO A0Yb MOXET
NGPAAATS HX CROHM RETAM,

"7‘ I) ‘ fi‘"’ 3 \ ? p : J Ho garo: coepuoroson
PORHKCKOLA B 4BLAEY,
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Bea knemin Howero

OPFOHH34O COBPAQT M|TOXOH,D,p|;|M|/| | MT I[HK TOMy B
i AALEKNITUHY Nonagae nuwe
syl saepHa [HK cnepmito. MNoaibHMI
wonsseto I, MEXaHI3M 3yMOBJIIOE T€, LU0

CHHTB3HPYIOWEH OankK,

et naToreHHi myTtauil Mt )IHK 1

BUKJIMKaH1 HUIMH KJIIHIYHI
(peHOTHIIM TIEPENAOTHCS AITSIM
JUIIE B1J MaTepi.

BunankiB 0aTbKIBCHKOI Iepeaadl

MITOXOHApPIAJIbHUX 3aXBOPIOBAHb HE

3dJOKYMCHTOBAHO.



Tun ycnagKyBaHHA MITOXOHAPIANbHUX

3axBOPOBaHb
e * Moxe OyTu:
1 - PeuecuBHUM

- JoMIHAHTHUM

- X- 34ensieHnm (npwu
YpaXXeHHi aaepHol
[OHK,ocobnueo y
aiTen BIKOM 00
SpOoKiB)

- MaTtepuHCbKkumMm, 3

_ AR BapiabenbHo

Gy | WGk Mlbrose " iGnoei EKCMPECIE _360

NEeHETPaHTHICTIO

HOpMarsnbHUIA



ETionaToreHe3 MiToxoHAaplIanbHUX
3axBOpOBaHb

Mupysar ,COO /coz ,COO B-Oxncnenue
o- c = HyC - c “—"7  XUpHBIX KMCNOT
i \\coz [ Aﬁ?ﬂn KoA
asicmeesetnes N cor [ » TlopyLLeHHs! NpoLecy BUPOBHNLTBA _
et gﬁe 1 wo BHYTPIKIMITUHHOIO cUHTE3y AT®, akmn
P A by HOCUTb Ha3BY OKMUCNOBanbLHOro
e o ) caceniend me'on doocpopuIitoBaHHSA
H COO coo \\
E — HM?‘H Uurpat HTCI‘COO'
000" i |+ lopyweHHst OHOBMEHHs B AuXanbHOMY
[ oo y we coo|  NAHLI03I, AKUIA CTPYKTYPHO
M oy v s wenousi  CKIMAAAETBCSA 3 PEPMEHTHMX
e arm MimiTesa ATO J KOMMIEKCIB, L0 PO3MILLLYIOTbCA Y
\ p o,_co0 BHYTPILLHIN MeM6paH| MITOXOHAPIN
o A N £
N\ / N Mo MyTauii 13 noninenTugHmux
. L / o coo °\>~?f°°°' S/ wewmer - cyOOANHNLD AUXAaribHOMo naHura, Wwo
oo i o koaytTbcs reHamu mt JJHK

Cymumn-KoA\ T —
KoA (e / coo
CO: Ccoo co, Oxcanocyxumiar
a-Ketornyrapar



« OpraHu i TKaAHMHWN XapaKTepmU3yTb-
CS PI3HOIO 3arEeXHICTIO BIA
aKTUBHOCTI CUCTEMU OKUCTIHO-
BalibHOIro doocdopurnoBaHH4A
MITOXOHAPIW, | Le 3yMOBo€E DinbLu
YyacTe IXHE ypaXeHHSA Mpu ekcnpecil
natoreHHux mytauin mtAHK.

Hanoinblwa 3anexHicTb:
- LUHC, BKkntovatoum opraHum 3opy

)

AN

ST LaEs.

;é; - MiokapZ
/ﬁ" - CKeneTHi M’a3u
‘ - HUPKMK
- €HOOKPUHHI opraHu
- NeJiHKa

(nogaHo B NOpSiAKY 3MEHLLIEHHS)



Knacudikauyina natoreHHux mtHK myTtauin

MonekynspHo-reHeTU4YHa Knacudikauis:
iHCepuia-geneuia MmTOHK
30BHILLHA odpTanbMonarida
cuHapom KepHca-Cenpa
cuHgpom [lipcoHa
aCUMETPUYHUN NTO3

O0BOGIYHMI NTO3 3 OPTaNbMONapPe3oM Ta MIOTOHIED M’
A3IB HWDKHIX KiHLIBOK

annarauinHa KapaiomionarTis

NARP-cuHgpom

MyTauil CTPYKTYPHUX reHiB

cuHgpom MERF

cnHgpom MELAS

3amiHa OCHOB 3 NOpYyLIEeHHAM OiNKOBOro CMHTE3y B
MIiTOXOHAPIAX

doymapoBa aungemig

rmytapoBa auugemis



Kiaacudikanisas MIiTOXOHApPiaJbHUX 3aXBOPIOBAHDb
(Wallace,1992)

1.MiceHC-MyTaHTHI:

- Hemnpoodtanbmonartisi Jlebepa
- [TiIrMEHTHUIN PETUHIT

2. MyTauil y reHax TPHK:

- cnHgpom MERF

- cuHgpom MELAS

3. Heneuii abo aynnikauii MTOHK:
- 30BHIWHA odoTanbmMonariga

- cmHagpom KepHca-Cenpa

- cnHgpom [lipcoHa

- aCUMETPUYHUU NTO3

- ABOOIYHUI NTO3 3 ohTanbMoNape3oM Ta MIOTOHIE M’
S13IB HUXKHIX KiHLIIBOK

- AanndataudivHa Kapgiomionarida
- NARP-cnHaopom



Kiacugikauisa MiTOXOHApPiaJbHUX 32aXBOPIOBAHDb
(Wallace,1992)

4. MyTauil,wo 3HWXKYTb Yymcno konin MtAHK:

- neTanbHa IHaHTUbHa AguxarbHa HegoCTaTHICTb

- CUHAOPOM MOJTIOYHO-KUCIIOro aungosy

5. Mytauii B agepHiv OHK:

- doymapoBa aungemid

- [nyTapoBsa aungemis

- pediunt aunn-Ko-A-gerigporeHasn XXUpHUX KNCNOT 3 JOBIMM
BYrNeBOAHUM fTaHLOMoM

- gediunt aumn-Ko-A-gerigporeHasmn XXMpHUX KACMOT 3 cepegHim
BYrNeBOAHUM NaHLOMoM

- gediunt aumnn-Ko-A-gerigporeHasmn XUPHUX KNCIOT 3 KOPOTKNUM
BYIrMeBOAHUM JTaHLOMoM

- nigrocTtpa HeKpoTu3ytoYa eHuedanomionaris Jles
- Nporpecyroya ckreposyrda noniguctpodisa Anbnepca
- Tpuxononignctpodia MeHkeca



OnucaHo 6inbL, sk 100 ToukoBUX
myTauin mTOHK i coTHi nepebynos
MITOXOHApPIaNbHOro reHomy.

3axeoproeaHHS OCHOBOK SIKUX €
nopyweHHs yHKUII OKUCI1t08asibHO20
gochopusito8aHHA:

XBopoba Anburenmepa (AD)

XBopoba Jlebepa(LHON),xBopba Jlebepa i
ancToHia (LDYT)

XBopoba lNapkiHcoHa (PD)

Outaua kapgiomionatia “nntoc” (FICP)
[acTpoiHTecTnHanbHnn pedrokc (GER)
I[HcyniHHe3anexHun uykposun giabet (NIDDM)

JletanbHa guta4a MiToXoHApianbHa Mionaris
(LIMM)

MitoxoHgpiansHa mionatis (MM)
CuHgpom gemeHuii i xopel (DEMCHOR)

CuHgpom pantoBoi gutadoil cmepTi (SIDS) Ta
[HLLI.



Hanbinbw yacti opraHonartil npu aedekrax
AnXaribHOro riaHuytora

LIHC: npe-, nepnHatanbHa
eHuedanonarisi, eni-eksiBaneHTy,
eninenciqa, noniHenponartis.

Oui: nTo3, ambnionia, odbTanbMonneris,
NIrMEHTHUW PETUHIT, aTpOodis 30pOBUX
HepBIB, HICTArm, KaTapakra.

Cepue: rinepTtpodivyHa kapaiomionaris,
apuTMmil, NOpyLLIeHHA NpoBIAgHOI
CUCTEMMN.

[MeviHka: nporpecytoya neviHkosa
HeJoCTaTHICTb, MOMipHa renatomMeranisi

CenesiHKa: crnnieHomMmeranis

Hupkun: Tydynonatis ®aHKOHi, HedpuT,
HMUPKOBA HEOOCTATHICTb
LLINyHKOBO-KMLLIKOBUA TPAKT:
peungmsytoda bnoBoTa, diapes,
aTpodist BOPCUH, NOPYLLEHHS]
€K30KPUHHOI OYHKLIT NigLWnyHKOBOI
3anosu.



Hanbinbw 4yacTti opraHonartii npu gedekrax
AUXanbHOro rflaHumora

 EHOOKpPMHHA cuctema:
HMU3bKUN PICT, LYKPOBUUA
niadet

e KicCTKOBUUN MO3OK:
NaHUMUTONEHIA,
MaKpounTapHa aHEMIS

* LlIKipa: paHHE CTapiHHA,
HeaoCTaTHIN PO3BUTOK
NiALLKIPHO-XXUPOBOI
KIMITKOBUHU

« Ckenet: aHomanil
PO3BUTKY




KJiiHIYHi 0C00JMBICTh MITOXOHAPIAJABbHUX
3aXBOPIOBAaHb

- MoxyTb npogBIsSTHCS HENOBHICTIO,
tak gk B kiitudl 100-1000
MITOXOH/IPIM, KOXKHA 3 IKUX
MICTUTH 110 2-19 komiit MmT/IHK, 1
SKIIO B JICAKUX 3 HUX B110yIHCS
MyTallli, TO 1HIIII

KOMIICHCYIOTh (DYHKIII1 JUXaHHS.

- JledexTu nuxaabHOTO JaHIIora
IPOSIBIISIFOTHCS B OY/Ib-SIKOMY BiIIl.

- IlopyiieHHsI BHYTPIITHBOYTPOOHOTO
PO3BUTKY 3 PO3BUTKOM
BHYTPIIIHbOYTPOOHOI roTpodii 1
BaJl PO3BUTKY MO3KY

-  HasBHICTh y Maux JiTEH
eHue(baJIOMlonaTu, y JOPOCIHX -
Miomnarii




MeToaou AaocnipgXXeHHA MITOXOHAPIaNbHUX
3axBOpPHOBaHb

e KIIHIKO-reHeanorivyHuu
aHania

* reHeTUYHUM aHani3

* MOPQONOriYHMM aHanis3
(bionicis)

e DiOXiMIYHMI MeTonO
OOCHniMKeHHA (nakrar,
nipysar, KOK, J1®, anaHiH)

 NOOdAaTKOBI METOOMU
gocnigxeHHua(ornan
OYyHoro AgHa, Y3l
BHYTPILLHIX opraHie, EEI,
PETI, exo-EI, KT, MPT)




MiceHCc-MyTaHTHI MiTOXoHOpoNaTil
CunHpgpom JIEBEPA

“epimMm ceped sicHo20 Heba”
3MiHM aMiHOKMCNOTHOro cknaay noninentuaie I-ro
KOMMMeKcy AnxanbHOro naHutora

» Brnepuie onucanuii Teomopom Jlebepom B 1971 porri

* 3aXBOPIOBAHHS MIPOSBIISIETHCS Yy BiMll 6 - 62 poKu
(actimre 11- 30 p.p.), pO3BUBAETHCS TOCTPO a00
M1JITOCTPO

* IIePII IPOSBHU- P13KE 3HUIKEHHS TOCTPOTH 30Py OJHOTO
OKa, a 4epe3 7-8 THXKHIB - 1HIIIOTO OKa. 3HM)KCHHS
TOCTPOTH 30py HIBUIKO IMIPOrPECYE OJHAK MTOBHA CJIMOTA
OyBae piaKo
* B CITKIBI[I OKa BIJMUPAIOTh 1 HE BIIHOBJIIOIOTHCS
CBITJIOUYTJIMBI KJIITUHU

* CKapru: HEYITKICTh 30y MPHU SIPKOMY CBITIII, Kpaliui
31p MPH 3aXOJ11 COHIIS, 10 3yMOBJIEHO MIKPOAHI10TIATIERO
CITKIBKH




CuHapowm Jlebepa

[TopaXeHHA o4en NoegHYETLCA 3
HEBPOJSIONYHOK CUMMTOMATUKOLO:
nepudgepunyHa noniHenponaria, TpemMop,
aTakcid, cnacTudHi napesn, po3ymMmoBa
BigcTanicTb, MirpeHenoAibHi rorioBHI 6oni.

MoXXyTb OyTn KiCTKOBO-CYr1i000Bi 3MiHW:

KIg03, KIGOCKOMi03,apaxHodaKTuIlis,
cnoHaunoenigisapHa  gucnnasis

* [Nporpecytode NpOTIKaHHA 3 MOXITMBOHO
pemicieto Yepes 1-2 poku nicns noyarky
XBOPOOU abo BiAHOBMEHHSI FOCTPOTU 30pY

* [ncpepeHuinHin giarHo3: peTpobynbbapHMn
HEBPUT, NENKOAMCTPOQIT, ONTUKOXI3MarnbHUN
apaxHoeHueganiT Ta IHLI.



MyTauil y reHax TPHK
CuHapom MERRF
MiOKNOHYycC-eninencid,“pBaHi YepBOHI BONTOKHA”’

 3yMOBJICHHII TOYKOBUMH MYTAIiIMU B I'eHI
JidnHoBol T-PHK B mo3uniax 8344, 8356

MT/IHK
outer I Middle Inner ear Actin—u__ ,' o Sen oo
e Mol Sopes Vet | Tl gl T @ Cnaakyerbcsi 10 MATEPUHCHKIH JIiHII 3
(N D\ N\ ”@ A-J'“’ri*?f*'}\; - BHYTpiciMeiiHMM moJiiMmopdizMom
[ «*@/( m o)
| - /Bm 10 wmnmﬁ@ , plate
e K e | Mo e IlouaTok 3axBopioBaHHs — 3 - 65 pokiB
T‘,mp{:mz \/\\\\\ S\mrh f:, % " ‘:)/ : > t(r(q'&]’_;mel
External ’ Eu:tachian\. YN N | g s/ ® o o o
ear canal tube to nasal cavity S @ Gapjunction = PaHHl O3HAKMU. IHBI’II[K& BTOMJIIOBaHICT]), 61.]-[])
1. Cross-section of the human ear Supporting cells— Connexin 26 . 29 99 .
A Thermal F B I'OMUIKOBUX M 'fi3aX, SHU’KCHHHA ITaM "ATI,
. The main components of the ear 1. Scheme of an outer hair cell
yBaru

 XapaKTepHHIl CUMIITOMOKOMILJICKC:
Iporpecyr4ya MioKJIOHYyC-eniencis(panrose,
IIBHUIKE, KOPOTKOYACHE CKOPOYEHHS M’S3IB)

* CEHCOPHI MopymeHHsI(Po3Jaau BiOpaminHoi i
M’130B0-CyIJI000BOI Yy TJIMBOCTI)



Cungpom MERRF

MIOKJIOHYyCc-eninencis,“peaHi 4epPB8OHi 80JIOKHa”’

* TEHEpas130BaHH1 TOHIKO-KJIOHIYHI CyJIOMH, aTaKCis,
JEMEHIIIsI, HEMPOCEHCOPHA TITyX0Ta, arpodis
30pOBUX HEPBIB

* JIaKTaT-allyJ103
e [ligBumIeHHs OUIKY B JIIKBOPI
* EEI' — renepanizoBaHi KOMIUICKCH ‘‘CHIAUK-XBHJIb

» KT — arpodis Mmo3Ky, JIeitkoeHIedaaomnaris,
KaJabIyQiKaiis 0a3aJbHUX TaHIIIB

» B Olonrarax CKeJIeTHUX M S31B — “pBani uepBoi
BOJIOKHA’

* 010JIOTIYHE AOCIIJKCHHS — 1e(eKTH (PEepMEHTIB
IUXaJIbHOIO JIaHLoTa (Hedocmamuicms 1, 3, 4

KOMNAEKCi6 Ouxanvpio2o JAHY2A)

» Jludepenuiitnuii glarno3:; xsopooa lome,
CHHIPOM MIOKJIOHYCa 3 HUPKOBOIO
HEJIOCTATHICTIO, XOPOOW HAKOITUYEHHS. . .



Cungpom MELAS

MITOXOHAPiajJbHA MioNaTis - eHlUedaonaTig-J1aKTaAT-alu103,

iHCYJIbTONOAIOHI enmi3oau

e 3yMOBJICHUI TOYKOBUMHU MYyTalllsIMHU B
Hykiieotnaax 3243, 3271 mrJIHK

« MyTauiga HanbinbL YacTo
3yCTPIYAETLCS B CKENMETHUX |
cepueBOMY M'A3ax, MediHui, HUpKax,
NiALWYHKOBIN 3an03i, MO304KY | KO
BEJIMKMX NIBKYIb

e CnagkyeThCs M0 MAaTEePUHCHKIN J1HIT

e [louarok 3axBoproBaHHs — 6 -10 p.p.
(maniecTarsg g0 40 p.)




Cunapom MELAS
MITOXOHApiajibHA MionaTiA - eHuedaonaris-
JJAKTAT-alu103, iIHCYJbTOIOAIOHI emi3oau

e PaHH1 03HaKuU: cyioMu
( (I)OKELHI)HI MAapOKCH3MH,
reHepamsoBam TOHIKO-
KJIOHIYH1 Hammagu, MIOKJIOHI],
PE3UCTEHTHI 40 Tepartii),

 [HCYJNIBTOIIOII0H] €M130U:

pPEeLUAYMBYIOUYMM 0116 T'OJIOBH,

3aIIaMOPOYCHHS, OJIFOBOTA,
e AHOPEKC1s5, BOTHHUIICBA
CUMITOMAaTHKa, KOMaTO3H1
cTaHM (roCTpa HEAOCTATHICTh
CHEPreTUYHUX CYyOCTpaTIB B
KJIITUHAX )




Cunapom MELAS

« XapakTepHl O3HAKU
MITOXOHAP1aIbHOI HEIOCTATHOCTI
BN — HCIICPEHOCUMICTD (DI3UYHUX
RPN  [1aBAHTAKCHB — Pi3KE MOTIPIICHHS

3§ b - 150 .
T S0 CaMOITIOYYTTSI, IOSIBA M~ 30BO1
FOU 364

SEEERREE  C71Ta0KOCTI, M1aJITii

4VIPA-16

IIpu koM’ r0TepHiN ToOMOTrpadii
TOJIOBHOTO MO3KY BUSIBJISIOThCS
30HU 1H(PAPKTIB, IEPEBAKHO B
o0J1acTi remicep, 110 3yMOBITIOE

HEBPOJIOTTYHY CUMIITOMATHKY .

[OndoepeHuiHMA giarHo3: CUHAPOM
Iles (nigroctpa HEKpPOTU3YO4a

Dexter 2-mode

eHuedanonarida), opraHiyHi
aungemiili, roMoUUCTUHYPIA, CYOUHHI
aHomanil



Oeneuii abo gynnikauil MmTOHK
CuHppom KepHca — Ceunpa

* Bneplue onncaHnm KepHcom B
1946 pouj

* HAUOINbLLU BUCOKUN BMICT
MYTaHTHOI MiTOXoHApianbHO! JHK
| yf “  3HaXoOuUTbCS B CKENMETHUX M'A3aX |
e {‘,f MO3KOBI TKaHUHi (60-85%)
ﬁ, - ’;,z‘"ﬁ' * MeHbLUA KINbKICTb - B cepu,
L neviHLi, HUPKax, rmagkux m’'asax,
. 4 nenkoumTax
* repLli 03HaKn XBOpoou
noaBnalTbLCA Yy Bili Bia 4 oo 14
pokiB (go 20 pokiB)



CuvHppomMm KepHca — Ceunpa

* OCHOBHI KNiHIYHI NposiBU —

nporpecyrya 30BHILLHA
opTanbmonneria, NIrMeHTHUU PETUHIT
(cMMeTpuyHMK, binatepanbHUN NTO3,
OOMEXEHHSA PYXYy OYHMX A0MYK, iHOAI
3HWXEHHS roCTPOTU 30pY)

MionaTU4YHUA CMHOPOM (Yepes
[eKinbka pokiB Big no4aTKy NTo3y
nosiea MackonopfibHoro, rinoMiMi4Horo
obnnyys, 3mMiHM TeMOpY rorocy,
nonepxyBaHb, BTOMU Mpu Tpusaniu
MOBI)

npu Cbl3|/|‘-IHI/IX HaBaHTaXXEHHAX MNMOABa
Miarnrin, MIOTOHIWN, TpemMopy



Cungpom KepHca — Ceunpa

aTPIOBEHTPUKYNsApHa briokaga cepus
MO3KOBa aTakKciq.

eH,EI,OKpl/IHHI po3riaaun. HN3bKUA pICT
rITHEKOMACTIS, FII'IOFOHa,EI,I/I3M Ll,prOBI/IVI niaber,
I'II'IepaJ'Ib,EI,OCTepOHI3M FII'IOI'IapaTI/IpeO3

KicTKoBO-cynoboBsa cuctema: Kipockorios,
KpaHeocCiHOCTO3, MeTaddizapHa aucnnasis

NOpYLUEHHSA emarnereHesy

CeYyoBUBIOHa CUCTEMA: HUPKOBUU TYOYyNsApHUK
aunaos, cuHapom age ToHi-[ebpe-PaHKoHI



Cungpom KepHca — Cenpa

 NMoBHa chopma xBOpOOMU:
- XpOHIYHa nporpecytoda 30BHIWHA odpTanbMonnerid
- MITMEHTHUWN PETUHIT
- aTpiOBEHTPUKYNAPHA Onokaaa
HenoBHuun chopma:
| BApiaHT:
- XpOHIYHa nporpecytoya 30BHILLHA oddTaribMonneris
- Mionartisa HMU3XigHOro TMny + Oyab-AKUA IHLUWUA CUMMTOM
|| BapiaHT:
- 130M1bOBaHa XPOHIYHa nporpecyrya 30BHILLUHA odpTaribMonneris

[npepeHUInH1A OiarHos : 3 IHWKMK doopMaMn NPOrpecyrynx
mMionaTin, cuHapom Tonosa- XaHTa, opTtanbMonneriyHa
MirpeHb, giabetnyHa noniHenponarisi, MiaCTEHIs



CuHppomMm KepHca — Ceunpa

* [pn nabopaTtopHoMmy
ODCTEXEHHI - NigBULLEHUN
piBEHb OINKy B CMMHHOMO3KOBIN
pianHi (binbwe 1 r/n).

* B KpOBI i CTIMHHOMO3KOBIN PiauHI
30iNMbLLUEHUIA BMICT MOJTOYHOT |
NipOBUHOIrPaAHOI KUCIIOT.

e XapaKkTepHa MopdonoriyHa
O3HakKa

3axXBOPHOBaAHHA - HAsABHICTb
«PBaHNX» YE€PBOHNX BOOKOH
(RRF), aki 3HaxoaaTb npu
CBITMIOBIN MIKpOCKOMil M'A30BOI
TKaHMHMN.




CuHpgpowm llipcoHa

Onucanun Pearson B 1979 pou;

B OCHOBI nexatb geneuil MTAOHK
OinbLiCTb AiTen He aoXxmeBae A0 4-x
PIYHOrO BIKY

XBOpPIE MEHbLLEe COTHI fiTeN B yCbOMY
CBITI

B nepiodl HOBOHAPOOXXEHOCTI - MMNOTOoHIA,
riNnornikemis, BaXXkMn nakraraumngos
XapaKTEPHOK O3HAKOK € BUPaXKeHa
cngepobnacTtHa aHeMisl 3 BaKyoJsli3auiero
epuTPoIaHUX | MIENOIAHMX NONEePEaHUKIB
ancdyHKUIA NigwnyHKOBOI 3a5o3u, B
noganbLoMy 3 pO3BUTKOM Aiapel |
3aTPUMKOI (PI3NYHOro PO3BUTKY, IHOAI B
NOEAHAHHI 3 IHCYNIH3aNeXHNM LYyKPOBUM
OiabeTom



CuHpgpowm llipcoHa

* MaKpouuTapHa aHeMisa 3
HEUTPONEHIEIO |
TPOMOOLIUTOMNEHIELD.

* MOPYLUEHHS NEPUCTANBTUKN
KULLKIBHUKA, OnoBOTA,
racTponapes i
nceBaoobCTPYKLS.

* HEOOCTAaTHICTb PYHKUII
NEeJiHKN, CTeaTo3s,
remMocuaepos, umpos




CuHppowm llipcoHa

e JIaboparopHe JOCTIIKeHHS - HASIBHICTD

JTaKTaTaluua03y, KOMIUIEKCHOI OpraHIvYHO1
aluaypli, I1ABUILICHHS BMICTY
reMor100iHy F 1 3011bI1€eHHS] aKTMBHOCTI
aJleHO3MHJIE3aMI1HAa3!

O10IICiS CKEICTHUX M S31B - XapaKTepHI
pBaH1 YEpBOH1 BOJIOKHA 1 1HIII aHOMAII]

yIBTPACTPYKTYpPH

[linBUIIEHE CITIBBITHOINIEHHS
JaKTaT/mipyBar B m1a3Mmi 1 anHomaini Od
(oxidative phosphorilation) B mMdonuTax
M1ATBEPKYE MITOXOHPIaJIbHY IIPUPOIY
XBOpOOH



CuvHgpom lMipcoHa

* MOCMEPTHO BUSABMNAKOTL NoOpTaribHy AnnaTtauito,
dibpo3, xonecTtas i renaTouUentoNIapHNN
remocuaepos

* YV NAUIEHTIB, AKI NPOXUNN OeKiNbKa POoKIiB, B
noganbLIOMYy pa3BMUBalOTLCS O3HAKM CUHOPOMY
KepHca-Ceunpa (Kearns-Sayre syndrome) 3
eHuedanomienonaTU4yHoOK odTanbMONNETIED,
NiIrMEHTHOIO PETUHONATIEID | LlepebensapHnm
CUHOPOMOM.

* BBaAXHOTb, WO cuMHApPOM [lipcoHa | cMHApOM
KepHca-Cenpa maroTb 3aranbHUN
NaToreHeETUYHUN MEXaHI3M.



JlikyBaHHA MITOXOHAPIaNbHUX 3aXBOPHOBaHb

« KetoreHHa gieTa (60% eHeprii- )up) +
SHTapHa Kucnota

* YHUKHEHHS JOBroTpuBanoro ronogyBaHHA Ta
baraTto-ByrneBogHoOI IXi

* ajeKBaTHe 3acTOoCyBaHHS pianHW,
eneKkTponiTis

YHUKHEHHS TpUBanux BeNUMKNX pisnyHnx
HaBaHTaXXeHb

BUKIIOYEHHS NpenapartiB i npoueayp, ki
3OaTHi ranbMyBaTn eHEePreTUYHNN MexaHi3m
(6apbiTypatn, npenapartn BasribnpoeBOl
KMCIIOTU, XNnopamaeHiKon)

nonepenXeHHa KUCMOTHO-pagnKasribHOro
YLIKOOXKEHHA MITOXOHAPIaNbHUX MeMOpaH

(BiTamiHn C i E)




JlikyBaHHA MITOXOHApPIaNbHUX 3aXBOpPOBaHb

NaToreHeTU4He:

(CnpsimoBaHe Ha MiaBULLIEHHA aKTUBHOCTI
auxanbHOT NTaHKN MITOXOHAPIN):

- kobepmeHT Q10 (4,3mr/kr B 4O6Y)

- CYKUMHaT HaTpito (6rp / 0oby)
- e - BiTAMiHWN K1(¢pinokBiHoH) 0,4 mr/kr,
g K3(meHagioH) 1 mr/kr ,C 50-60 mr/kr
- lpebeHoH (90mr/ goby)

- L- KapHITUH YoTUPMa go3amMu No
50-100-200 mr/kr/goby nig KOHTponem
PH kpoBi

« KopTukocTtepoian (MexaHiam gil HEACHNI)
« [unxnopauetar (Bia15 go B goby) —
CTUMYNIOE aKTUBHICTL [1BK-

aerigporeHasn, 3MeHLLIEeHHS pIBHA
nakrarty | anaHiHy nnasmu Kposi

CuMnTomMmaTuUUHe: aHanreTuku,
NPOTUCYOOMHI, ceaaTuBHI,IHAY3II coaun I.




[akyto 3a yBary!










