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Kipicme.
1. MuUTOXOHAPUSIHBIH KbI3METi MEH KYPbLJIBbICHI.
2. MuUTOXOHAPUAJIBIK aypyJaapAbIH KIKTeyi.
3. MUuTOXOHAPHUSIIBIK aypy.Jiap KJIWHHUKACHI.
4. MuToXOHAPHUSJIBIK aypyJap IHArHOCTHKACHI.
5. Keiidip cunapomaapra cunarrama.
6. KopbITHIHILI.

IHaigagaHblIFaH daeduerTTep.



MHUTOXOHAPUAJIAP — JKIMIIIE )KIHE TYHIPIIIK
TOPI3Ai OpraHoM/I.

MUTOXOHAPHUSHBIH HEri3Ii KbI3MeTTepi:
* AT® Typinae kacymiajgapra 3Heprusi OHIIpy;

* Maii KbIIIKbUIAAPBIHBIH [} TOTBIFYDI;
* Y KapOOHKBIIIKbIJIBIHBIH UKJII;

e JKacyma imiiik curaaj oepyre,anonros3ra Karbicy;

* AMUHKBIIIKbLIAAP,JJUNHATEP,CTEPOUATAP,HYJICOTHIATEP
~ MeTadoIM3MiHe KaThICY;

ATP-cunrerasa
MeMOpaHa apa
KEHICTIK
I\-Iarpnxc‘
£33 | | KpHCTanap




* MUTOXOHAPHUSIBIK aypPyJaap-MUTOXOHApUsAarbl JIHK TeHAepIHIH
MyTalUsIaHybl HOTHKECIHIE AaMUbL. SIFHU, MUTOXOHAPHUSHbIH
reHETUKAJIBIK, KYPBUIBIMABIK, OMOXMMUSUIBIK Je(eKTiciMeH
IIAKBIPBLIFaH, "KOHE MUTOXOHAPHSHBIH HEMECE SIIPOHBIH
MaTaJ0rUsSICBIMEH, 9CIPECE MUTOXOHAPUSHBIH €H
MaHbI3/1bl (hOCHOPIAHYAbIH KBIIIKbIIIAHY (PYyHKIIHSCHIHBIH
KeTicneynmriMen oainanbicTel. Oceinnai MT/IHK KypbuIbIMBIHBIH
Oy3bLTYHI alaMAap/a aHaiabIK T130eK apKbLibl 200-1eH acTam
KOINTEreH aypysapra ajablll KeJIETIHAIT aHBIKTAJIbI.
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Epexkmenikrepi:
JAepT 0ajiajiapblHA TEK aHACBIHAH OepiJie/i.
HAYKAC ePKEKTEH cay dajajap TybLIAAbI

MTIHK-HbIH saapoasiK JIHK-ra Kaparanaa 3B0JI0MMAIBIK
e3reprimririnig kepcerkimi (10-20 ece) skoraphbl.



Kepnc-Celipa cuHAPOMBL
MERRF cunapomsbl

MELAS - MUTOXOHAPHUSAIIBIK SHIC(haTOMUONATH, JaKTaTaluI03,
UHCYJIBTTOPI3AEC KE3CHAED

Jlest CHHIPOMBI- CUPEK KE€3/IECETIH TYKbIM KyaJlaThIH
HEMPOMETA0OIUTHUKAIIBIK CUHIPOM

JInGep cunapombl( LHOH)-ontukansik Helponarus
MNGIE-MutoxoHaApHaiblK HEHPOracTpOMHTEHCUBTI SHIE(aionarus
NARP-nHewponarus, arakcusi, peTUHHUT,IITO3
Bonbh-ITapkuHCOH-YalT CHUHIAPOMBI- CKIEPO3 TIpI3JeC aypyliap
[TupcoH cuHIpOMBI

bapra cuHapomBbl

AJIbIIEpC CUHAPOMBI- TPOTPECTIK CKIEPO3/IbI MOJUAUCTPOPHS



(anri1. Mitochondrial encephalomyopathy,
lactic acidosis, and stroke-like episodes —
«MHUTOXOHAPHUSIIBIK SHIIE(DaTOMHUONATHS,
JAKTaTaI1103, HHCYABTTIPI3IEC KE3CHIECP»

BEKO HE ONYCKACTCH
cKAAaKM Ha nby
CrAAXEHY

. [ HekpusaeHo

MuToxonapus JJHK-ChIHBIH HYKTEIII
MyTalHsIapbl HET131HJE TaMUTHIH aypy.

HEBOIMOXHO
noxasars 3yGsl
HAK yABiOHYTECH

Auramn pet 1984 xbunbl [1aBmakuc aHbIKTaral

Aypy 6eariaepi 5-15 xac apanblFbIHAA
OamrKaabl.

AJIFallIKbl CUMIITOMAPbl: HHCYIIBT,
IICUXOMOTOPJIBIK JJaMYAbIH KEIIIryl,KaTepJl
0ac cakMHACBIHBIH YCTaybl,KaaThIpayJiap.
MuUTOXOHAPUSIIBIK )KETKUIIKCI3IKTCH
00JIATBIH KOPIHICTEP1: OVIIIIBIKET QJICI3/Ir,
XoJI-KaF JalbIHBIH KYOBLIMAaJIbl OOJIYHI.
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Kephuc-C eiing‘t’imz[p()Mbl(KSS)

[ 1958 xblabl aHBIKTAIIFaH.

0 ¥3pmuersr 2000-10 MBIH HX TeH
MT JIHK-CBIHEIH 1pi JACICIUIaAPEI
HETI31HIE JaMUOBI.

0 Aypy 6eﬂriﬂ§-ﬁl‘¥4120 Kac
apanblrblHAA OalKanaubl.

[ Anramkpel cuMroMaapsr: 1)

?bTaﬂbMonﬂemﬂ 2)KOI-asiK
VIIIBIKCTTEPIHIH 9JCI3eHY1 3)

KO©3/11H TOp KaOaThIHBIH

nere’epanuschl. JKypeKTiH

3aKbIM/IaHYbI, KOPY HEPBIHIH

aTpo(HUICHI.

[ / 10-20 xpI1man KeiiH gyHUE

" cajaJbl.
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(anru. Myoclonic Epilepsy with
Ragged Red Fibers, Muokjionn4eckas
IMUJIENICHSI C PBAHBIMI MbIII€YHBIMH
BOJIOKHAMH)

Cupek Ke3/1eCeTIH MUTOXOHIPSUTBIK aypy
Anramr 1980 &KbUIbl aHBIKTAJIFAH.

MuTtoxouapusi JIHK-ChIHBIH, HYKTE1
MYyTalMsiapbl HET131H1€ JAMUTBIH aypy.

MpIHa reHaep/1 MyTanusra
yiibipaTagel: MTTK, MTTL1, MTTH,
MTTS1, MTTS2, MTTF.

ConbimeHn karap MERRF cummitomaapsel
MTNDS reHiHiH MyTalusChbIHAA

CuMnTomMaapbl: MUTOXOHIPUSIIIBIK
MHOTATHS, ICMECHIIHS, aTaKCHS, KyJIaK
CCTYiHIH

KeH61p azaMIapbIH K3, MOMBIH
aliHaJaChIHAA MaMIbl iICIKTep OOJIaIbl.

OcbI CHHIPOMMEH aybIpaThIHIAP
HayKacTap kKeOl1Hece 1111 aypybIHa,
mapIiaHIbUIbIKKA IIaFbIMIaHAIbI.




Adaram 1979 xkeliabl IIupcon
AHBIKTAFraH.

Her13ri ce0e01 MT/IHK-CBIHBIH 1p1
AeeIsIaphL.

CuMnTOMIApHI TYBLIFaH KYHHEH HEMece
aJFalllKbl aijganapaan 0acranaapl. Aca
aybIp aHEMMSI, UHCYJIBTKE TOYEIII1 KaHT
aa0eTI.

baia yUKBIIIBUI, CaTMaK KOCIAU bl )KOHE
003apysl, Auapest OarKaaagbl.
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Cupek Ke3geceTiH TYKbIM KyaJanTbIH

aypy
X- xpomomoMaza opHaiackan G4.5 (TAZ) '
T€HIHIH MyTalUusUIaHybIHAH JaMU/IbI.

1981 XbUTBI aHBIKTAJIFAH.

Ep OGananapsa 00y1aThIH )KYMKE OYIIIIBIKETI

OY3bUIBICHI. |

CumMnToMaapel: OVIIIBIKET QJICI3AITI,
JaMYJIbIH TEKeyl, (PU3UKAJIBIK TaMybl
TOMEH/ICTCH, KaKChl TaMaKTaHFaHHBIH
©31HJI¢ CaJIMarbl TOMEH,TMIIOTOHUS,
KapAMOMMOIIATHSI, CO3bLIMAJIBI
IapIIaHKbLIBIK, AIMMYHJIBIK )KYWUEHIH
QJICIPEY1.



YablOpuTanus "'y ara-aHa reti' :kamJbl 3aH
Ka0bLII1a1bI

[TapmameHTTE O1p KaphIM caFaTKa >KajaracKaH MiKipTajac
"MUTOXOHAPHUSIIBIK JOHOPJBIK' Typassl 3aH xo00ackiH 382
JemyTaT Kojiaan, 128 gemyTaTr Kapchl Jaybic Oep/il.
Jopirepiiep/iiH, alTybIHIIA, OYJI TEXHOJIOTHS agaMFa IT'eH
apKbLIbl OCPIETIH, 931pIlIe €Mi KOK OlpKarap aypy
TYPJIEpPIHEH CaKTaHAbIpaabl. KaHa oic OOMBIHIIIA
SMOPHOHIAP/IbIH T€HETHUKAJIBIK ©3repICiHE YIIIbIpaIl TyFaH
Oanaza yur alaMHbIH - 9KEC1, aHAChI )KOHE JIOHOP SUENIIH
FeH1 OoajbI.

3aH »x00achl MUTOXOHAPHUAAA aKaybl Oap epi-3aibIIThLIAL
KOMEKTECY YIIiH KaObUIIauFaH. MUTOXOHIPUSILIK aKay -
oKielI apKbLIbl OepUIETIH eMaeIMenTIH aypy. byn aept 650(
coOMI1H OIpeyiHJIe Ke3/IeCeAl )KOHE OJ MU KbI3METIHIH
OY3BLIYBIHA, )KYPEKTIH TOKTAIl KaJlyblHA KOHE COKBIPJIBIKK
OKEIl COKTBIPA/IbI.

"Y1 ata-aHa redi’ TeXHOJIOTUACHI OOMBIHIIIA OOJIaIaK
cobuain JJHK-ceiHa AeHi cay MUTOXOHIpUS SHAIpLICI].
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Faapimaap Oosnamakra suesiepaiH Keroip TYKbIM KyaJdalTbhbIH
aypyAbIH I€eHeTHUKAJIBIK ayPY/JIapPbIHbIH 0aJ1ajIapbIHA OepijiyiHe %0J1
OepMENTIH )KYMbICTAPMEH aHAJIBICYAA.

Kaszip oJap 3epTxaHalIbIKk MAMMBLIApFa TOXKIPUOE KYPri3il, €a9yIp
TaOBICKA KOJI JKETKI3/I]..

Toxiprbe OapbIChIHAA FATBIMIAP MAaKaKaHbIH aHAIBIK JKacyiackiHad JIHK
aJIbIl, OHBIH OlpKaTap (parMeHTTEPIH AJIbIN TacTan 0acKa Jkacyliara
CHI13/1. 3epTTEYIIIep CO31HE KaparaHaa OyJl TEXHHMKa aKIaparrap
KacylIa-MUTOXOHIpUsIAA CAKTAIAThIH, TYKbIM KyaJIaThIH aypysiapabl
TOKTATyFa KEJICIICKTE NakiIaJIaHbLUTybl MYMKIH. BaThICTBIH pecMu
crtarucTukacbiHa coiikec 4000 agaMHBIH O1peyl aTa-aHaChIHAH T€HIIK
JEHIel1€ MUTOXOHIPHS apKbUIbl OCPUIETIH TYPJIl aypyJiapMEH aybIpajbl.

OperoH mTaTbIHBIH JICHCAYJIBIK CaKTay YHUBEPCUTETIHIH 3epTTEYIIIeP]
JIHK si1posibIK O6JIiriH MaKakaHbIH aHAJBIK >KacyIllachblHAH aJIbIl €KIHII1
’KaHyapfa TpaHCIUIaHTaTTaAbl. AJBIHFAH aHAJBIK JKacyIlla KoJiJ1aH
YPBIKTAHABIPBLUTY OPOLEAYPAChIHAH OTTI. « MYH1ail KOHLICIIIIUS
MuTOXOHAPUSIBIK JIHK-MeH OepineTin emipre JieH1 cay OallaHbIH KEIylHE
MYMKIHAIK Oepenin, - aeial seprreymiiaep. Mutoxonapusiibik JJHK
MYTalMACHl TYKbIM KyaJdalThIH OYJIIIBIK €T JUCTPOPUACHI, KO3FaTy
anmnaparhl, COKBIPJIBIK, )KYPEK XKHE OYUPEK aKayJIapbIHbIH CEOCMIIIC
OoJ1aabl.



* byriari yakpITTa MUTOXOHAPHUSJIBIK aypyIapabl EMACY
MYMKIH éM€c.CHMTOMAaTHUKAJIBIK €M KOJIIaHbLIaIbI.
dapMaKOJOTHJIBIK €M KOJIJIaHy: BUTAMUHIED,
Ko(aKTOpIap, aHTU-IIIMICITUKAJIBIK, IpenaparTap,
TOPMOHJIAP apKbLIbl emiey. Mbicanbl: MELAS
CUHIPOMBIMEH aybIpaThIH MAIUCHTTEPIC
JTAKTOALMI03/IbIH MOJIIICPIH a3alTaIbl.




bipkarap npenaparrap MUTOXOHAPHUAJIBIK

aypyJaapAabIH maiaa 00JybIH HTepPMeJIeH/Ii.

Bajabnpoar: CiHIp TAPTHLIYbIH
MELAS cuHApOMBbIH/A KULJIETE],
FeNnaToTOKCUKAJIBIK

AMHUHOITTHKO3UATEP,
CTPENTOMMIIMH, TEHTAMHUIIUH,
AMHUKAIUH, HEOMUIIMH, KAHAMHUIINH
- OTOTOKCUKAJIBIK



* Exinmi >xo1b61 MyTaHTThI MTJIHK-ChIHBIH MeJIIIep1H
azanty.l enaepal Ko3ray apkbuibl cay MT/JIHK-chIH caHBIH

KeOeuTy. CHH’ ACTBIPHIII,
TaHJaMajbl M I1,0J1apIbIH
PEILIMKAIIUSIC KBIPEIMIAD TEK
SKCIICPUMEHT Kasipri

yaKbITTa 1n V.




MuUTOXOHAPHUAIBIK aypPYIAPALIH IHATHOCTUKACHL.

0  MWuUTOXOHIPHSHBIH THIHBIC ally TI30€T1HIH aypy/IapbIHbIH AUArHO3bIH aHBIKTAY YIIiH
OlpHeIe 3TanTaH TYPaThbIH MOJEKYIAIbIK JUArHOCTUKACHI )KYPri3iie/i.

0  1-mmi aTam. AypyasiH MATOXOHAPHSIIBIK TAOUFAThIH aHBIKTAY YIINIH jKaH-)KaKThI
KJIIMHUKA-TeHEAJIOTUSUIBIK JKoHE J1a00paTOPIIbI-MHCTPYMEHTAIB1 Tajiaysiap
KYypriziiaeni.

0 2-mmi sram. Byt 9TanTa HyKTeIiK MyTalMsUTapIbIH OCEpiHEeH naiaa 60onFan
KJIMHUKAJIBIK CUHHApOMIap aHbIKTana bl (Mbicaibl, MERRF cuHapOMBIHIAaFbI
oenrim myranusiaapsl: 8344 sxaraabIHAAFbl aICHUHHIH TyaHuHre (A—G) xoHe
8356 xarmaiibinia TAMUHHIH nuTo3uHTe (T—C) anMacysl.

0 3-mm sram. AypyasiH naeHTH(GUKAINS KacaaMaraH MyTanysiapbiHa (Tyira
OVJIIIBIKET OUOTICHSICHI) JKYPIi3lIe/I.

0 4-um stam. Tomeik MT/IHK Ti36erine cexBenupieny xyprizy. Mt/IHK o6enrimi
MYTAIUSACHIH aHBIKTAyFa HET13/EJITEH.




OpOip KneTtkaga 100-a4eH acTam
MUToxoHgpusanap 6onagbl.An, oCbl
MUTOXOHAPUANapabiH Oy3binybl oTe
KayinTi TYKbIM KyarlauTblH aypynapfa
anbin Keneai.byn aypynapabiH angbiH
any wapanapbl ani ge KapacTbipbinyAaa.



* Wikipedia
* KyanapikoB E.O.,Amanxoinosa JI.E.
* Tengrinews.kz

* MymkamoOapoB H.H., Ky3nenor C.H.
MoiekynsipHas OHOIOTHs.



