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MuroxonapuajabHas JIHK — kojbeBasi, reHbl B KOTOPbIX
PACIOIATAIOTCH OY€HB IJIOTHO, BO3MOXKHO NEPEeKPbIBAHUE.

B MHTOXOHIpHaTbHOM I'€HOME YeJioBeKa copepkuTcs 37 reHoB (6onee 16569 map HyKII€OTHIOB):
N3 xoTopbix 13 T€HOB OTBETCTBEHHBI 32 KOAUPOBAHUE OCIIKOB, KOTOPBIE YYACTBYIOT B P. OKUCIUTEIHHOTO (HhOCHOpUINPOBAHUS
22 reHoB TpancnoptHot PHK

2 rena pubocomanpHoi PHK



J{1s1 MUTOXOHApHUATIbHBIX 3a00JI€BaHUI
XapaKTEPHO:

1) MarepuHckoe Hacle0BaHuE

2) I'ereporutazmust

3) Cerperanus npu MUTO3€E

4) MHOXXECTBO KOITHI T€HOMOB
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http://moskovskaya-medicina.ru/sites/default/files/hhromosomnoe-recessivnoe-nasledovanie.jpg

[IprnunHb

MUTOXOHIPUATIBHBIX ITATOJIOTHMA .

» 1) 3smenenus B saepHbix reHax (1000)

e 2) l3MeHeHUs B MT reHax

o 3) Heneruu B mt/JHK



ITo marorene3zy M3 OBIBaIOT:

1) 00JIE3HU B-OKHUCJIICHUS >KUPHBIX KUCIIOT
e 2) 00J€3HU OKUCIUTEIBHOIO PoCcPopuImpoBaHUs

e 3) Hapymenus B nukie Kpedca u B Mmetaboar3Me mupyBara



AT popus /lebepa LHON "
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* HaciiencrBeHHas HEUPOIIATUs 3PUTEIILHOTO HEPBA.

Hauunaercs B Bo3pacte 20-40 JieT, MEIJIEHHOE NMPOTIPEIMEHTHOE TEUECHHUE.
[IocTeneHHO HaUMHAETCSI peTpoOyIbOapHas HelponaTus, aTpous C BOBICYCHUEM
000MX IVIa3 U HAPYIICHUEM 3PEHMUS, ICTCHEPALIUs PETHUHBI.

Takxe xapakTepHbl HEBPOJIOTUYECKUE U TICUXUUYECKUE HAPYIIICHUS:
rurieppedaeKcusi, JMCKOOPANHALMS, HAPYILICHUS CEPJICYHON TPOBOJUMOCTH.

IIpeamnonaraercs Haauuue X-CUEIICHHOro (pakTopa.

T, -

https://linzopedia.ru/wp-content/uploads/2018/08/Amaspo3-/lebepa-768x922.jpg
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CurHgpom MELAS g T
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MyTarys TOJIBKO B FeTEPOILIA3MATHYECKOM COCTOSHIM = = U i
1';\)|'l:4::!:Im:urnr:*n:li Y
e 3 LATFaM subunits
ATPase subunit &)

http://present5.com/presentation/112207206_439385409/image-75.jpg

8



MuToxoHapualibHas dH1edaaonaTus, JJakTaT-ay103, HHCYIbTOIIOJ00HbIC COCTOSHUSI.
MarepruHCKOE HACIEI0BAHUE.

Manudectupyet 10 40 ner.

e ])HenmepeHOCMMOCTh (PU3NYECKUX HATPY30K

e 2) Murpenenogo0oHbIe 001 B TOJI0BE + TOITHOTA M PBOTA

3)Cynoporu
HRRF

* 5)biiecbaponTos, HapykHas opTaIbEMOILIECTHs, aTPOGHS 3pUTSILHOIO HEpBa

6) MeliieuHas c1adboCTh, 00U



CurHgpom MELAS

https://www.researchgate.net/profile/Corrado_Angelini/publication/312723457/figure/figl/AS:455083935703047 @ 1485511873230/Three-patients-with-M ELAS-syndrome-Patient-l—a-b-had-round-face-and-palpeféal.png



NARP- cuHaAbom

OMIM 551500

Toueunas myrtarusa B MTJIHK B ATPase6 rene
B HyKjeotuae 8993 ( TpaHCBepCHs THAMUH\'YaHHH )

210 BCIACT K 3aMCHC aMHHOKHCJIOTBI J'IGﬁI.IHH Ha apruHuvH, 4TO

MIPUBOJIUT K HApyIICHUIO cuHTe3a ATO.

Small
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- ribnsnmal RMA
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nirtirat 5 Ajp

NDAL /et - G
D3/ T 3 e g ."i Cytochrome ¢
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HeBponaTua C aTakCUen U MUTMEHTHbIM
DETUHUTOM

BeaymmmMu KITIMHUYECKUMHA CUMIITOMAaMH JAHHOTO 3a00JIEBaHUS OyayT aTaKCHUs, MbIIIICYHAsI
C1a00CTh, MUTMEHTHAS JIETCHPAIMS CETYATKH MO THUITY "'COJIb € MEPUEM' HIIM MAKYJIOAUCTPOQUS.
J[pyrumuy 4acThIMA CUMIITOMaMH OOJIE3HU SIBIISIFOTCS MOJIMHEBPOIIATHS, STUICTITUYECKUE TTPUCTYTIBI
Y HApPYIIEHUE UHTEIUICKTA.

Ecmu nons mt/IHK 6ynet 6omnbiie 90%,
TO KJIMHUYECKOE MPOSBICHUE HACTYITUT
PaHBIIIC U CUMIITOMBI OYIYT TSDKEICe

(uepthl cu"apomMa Jles)
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CuHapom KeviHca-Cevpa (KSS)

OMIM - 530000

KpynHaa geneumna 5 1.n.H mtHK

MELAS; CPEO;
MIDM 2243

Mpw aTtom yTpaumsaetca 5 reHos TPHK 1 5 6enkoBbIx reHOB

ND5 Deneunsa He Hacnepyetcal

LHON 11778 A

NARP 8993 G
MERRF 8344 G l

/ - 5 kb deletion
SMHL 74457471 co“ "

SNHL B344, 5358, m\ FBSM 2951
ATPase8

http://900igr.net/up/datai/190148/0033-017-.png 13



Manudecranus 6one3nu — 4-18 ser.

Ji1st OOTBHBIX XapaKTePEeH HU3KUMA POCT (M30TMPOBAHHBIN JE(DHUIIUT COMAaTOTPOITNHA).
1) IlporpenvenTHast 0pTaNBMOIUICTHS, TUTMEHTHAS PETUHOIATHS

2)MO3KEUKOBBIE PaCCTPOMCTBA

3) yMCTBEHHAsi OTCTAIOCTh, CHIDKCHUE CTyXa, CyJOPOXKHBIN CUHIPOM

4) HapyIIeHrEe CepCIHON MPOBOIUMOCTH Cunapom KepHca-Ceiipa
5) CaxapHbIii 1uadeT

http://present5.com/presentation/202841793_456172949/image-12.jpg




JInarHoCTMKa MUTOXOHAPHAIBHBIX OOJIE3HEU

1) Ananu3 BeHo3HOM kpoBu Ha 1P Ha nmenenuu u ToueuHbIEe MyTalllMK, OJTHAKO CIEIYET YUUTHIBATh, UTO JJISI
M3 xapakTepHa reTeporia3mMusi, a 3Ha4UT OTPULIATEIbLHBIA aHAJINU3 HEe TOBOPUT 00 OTCYTCTBUH 3a00JIeBaHMUs!

2) [anee ucciienyercsi MbIIIEUHbIA OUONTAT y B3pOCHBIX WM KOXKHAsS Tpo0a y JAETEH.

¢ HpOBOI[HT TUCTOJIOTHIO U THCTOXUMMUIO CBEKEHU MBIIIIIBI => BBISBIICHUEC «PBAaHHBIX» MBIIMICYHbLIX BOJOKOH IIpHU
OKpPACKC Ha CYKINUHATAUTUIPOICHA3HYIO AKTHBHOCTD.

e Taxke mpoBOAAT U3MEPEHUST AKTUBHOCTH OTJICJIbHBIX YAaCTEN JIBIXaTEJIbHOM LENH (B CBEYKEUM MBIIIILIE WU
KyJIBType (puopo01acToB)

3) MnHorna aedekT BISIBUM MPU HArpy3ke — (pu3nyeckue Harpy3ku ¢ 3amepom jiakrara, MK niu MP
CIIEKTPOCKOIIHSA



OCOO€HHO CTOHUT B3STh BO BHUMAHHUE COYCTAHUE TAKUX
IIPOSIBJICHUM ;

1) Murpens ¢ MBIIICYHOH CI1a00CThIO

2) Jlunabet ¢ mIyXoToii

3) HwuskopocnocTh ¢ MHOMMATHEH W HHCYIBTOMOAO0OHBIMHU STU301aMH1
4) CupepoOnacTHas aHeMUs U TUCHYHKIHS ITaHKpeac

5) OdTraapMoIIerus 1 MO3KEUKOBAs aTaKCHUs



Jleuenue:

BbIJICYUTb HAa CCIoAHsi HCBO3MO?KHO, IPUMCHACTCH CUMIITOMATHYICCKOC
JICUCHMUEC

e DapMaKoOJIOTUYECKUN MOAXO/:

*[TIOBBIIMICHHUE 3((DEKTUBHOCTH SHEPIEeTHICCKOTO 0OMEHa B TKaHAX (puOOQIIaBUH, THAMUH,
HUKOTHHaMU, KooH3uM Q10, L-kapHuTuH (316Kap), Ipenaparsl Kaablus U MarHus, muToxpom C,
BuTamuH C)

*[IPEAYIPEKACHUE MOBPEKACHUS MUTOXOHAPHUAIBLHBIX MEMOpaH CBOOOAHBIMH pPaJIMKAIaMHU
aHTHOKCUJaHTaMu (BUTaMUH E, a-nuroesas Kuciiora) ¥ MEMOPaHOIPOTEKTOPOB.

JluxnopaneTar 1yl yMEHBIICHUS JIaKToanua03a y 00abHbIX cuHapoMoM MELAS (Hauboiiee
YCIIEIIHBIN ).

o dusnyeckuil: puznoTepanus, TiMHACTUKA



* YMEHBIICHHUE COOTHOUICHNE MYTAaHTHOU M HOpMaibHOW MT/IHK
«CIBHUT T€HOBY»

Y HEKOTOpBIX OOJBLHBIX C MUOIIATHEHN B CATEIUIUTHBIX KIIeTKax % HmwxkemyTanTHOU MT/IHK, mosTomy
UHIYLHUPYETCs UX mposrdepalysi B MBIIIIAX, YTO BEIET K KOPPEKTUPOBKE JIe(hEKTa 3a CUET
U3MEHEHUS COOTHOILIIEHUS MYTAHTHBIX T'€HOB.

* YMEHBIIICHUE KOJIMYECTBA MyTaHTHBIX MoJiekys MT/IHK mytem BBeaeHust hepMeHTa pECTPUKTA3HI,
KOTOpasi u30uparesibHO pazpyiiaeT MyTanTHyto JTHK

» [lepecanka saapa auuekiIeTKr B HOpManbHyr0 L1 u3 MmyranTHOM

HaxoasTcs B AKCIePUMEHTAJbHOM pa3padoTke



KinHn4YecKkue peKOMEH AN

CBOEBPEMEHHOE JICUCHUE JIMXOPAAKHU
M30erarh 00IbIINX PU3UUYECKUX HATPY30K
M30erarh rojiojlaHus U O4Y€Hb YITICBOAUCTOM IUIIU

AI[CKB&THOC HCIIOJIBb30BAHHUC 3JICKTPOJJINTOB U JKUAKOCTHU

O~ DR

OCTOPOXHO C HAPKO30M
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