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UTO TAKOE MELAS?

* ME - Mitochondrial Encephalomyopathy ( MUTOXOHOpPUanNbLHagqa

SHUedanommonaTus)

e LA - Lactic Acidosis
(nakTaraungoas)

e S - Stroke-like episodes
(MHCYNbTONOAOOHbIE
annsogbl)




UTO TAKOE MELAS?

CuHgpom MELAS— nporpeccupyrowiee HeupoaereHepaTtuBHoe
3aboneBaHue.

B kaxxgom KOHKPeTHOM Cliy4yae Ha60p CUMINTOMOB U UX TAXKECTb MOXeT
CUJNIbHO OTIMN4YaTbCA, NOCKOJIbKY CMHAPOM CBA3aH C MyTalumnAMU BO

MHorumx reHax: MTTL1, MTTQ, MTTH, MTTK, MTTS1, MTND1, MTND5, MTND®,
MTTS2.

\pBble Y K
OU NMUHUN




PACINPOCTPAHEHHOCTD

« Cpeau B3pocnoro HaceneHns ®UHNAHANK YNCNO NN, C
CUHOPOMOM 1 MyTauuen A3243G 6bI1o oLeHeHo B 10.2
Yyenoseka Ha 100000.

* Ha ceBepe AHImMumM pacnpocTpaHEHHOCTb 3TOMN e
MyTaLum oleHeHa B 1 Ha 13000 YenoBek.




[MPNYNHBI SABOJIEBAHUA

* Y 6onblUMHCTBaA NauneHToB (80%) cnHapom MELAS obycnoBneH
To4ykoBoUu 3aMmeHon A3243G B reHe TPHK nenuunHa (UUR), 7,5% -
TOYKoBOW 3amMeHoun T3271C, ewle pexe - 3ameHon A3252G B TOM Xe
reHe MTOHK n ToukoBon myTtaunen B reHe COX Il

« 3noKka4yecTBEHHaAA MUIPEHb C MHCYNBTONOAOOHBIMU COCTOSIHUSIMMN
MOXXET ObITb 00ycroBneHa cropagmnieckumu geneunamm mtAHK.




[MATOI'EHES3

* MyTtaunm mT[HK, KOHTponupyowme gbixaTenbHyo Lenb
MWUTOXOHAPWIN, CONPOBOXOATCA HapyLLUEeHNUEM MPOLLECCOB
OKUCNUTENBbHOIO PocdopuUnmMpoBaHns - BaXKHEULLIEro
NCTOYHMKA 3HEPrnn Anst MeTabonnyecknx NnpoLLeccoB B
KneTke.

* ToukoBble myTauun mTAHK, 3atparnsatoLine yHKLUUIO
TPHK, nopaxatoT cMHTe3 npakTnyeckn Bcex DEskos,
kogupyembix MTOHK, npuBoasa kK nx coyetaHHou
HeJOCTaTO4YHOCTW.

* [1pn mytaumnax mtOHK yawie Bcero HabnogaeTcs
coyeTaHHasa pepMeHTHaAa HEOOCTAaTOYHOCTb (Hanpmumep,
Komnnekcos I+I1+IV), npuyem 3Ta HEAOCTaTOYHOCTb

BapunabernbHa, HO Bcerga YyactuyHasi, MHorga no4vtu
rnaAaHIudAT C HODMOIA
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KITMHNYECKWE MNMPOABJIEHNA

 Bospacrt: 5-35 nert (4aLue 5-15) CVIMI'ITOMbI y||.|cy;| bTa
o MaHM(beCTaU.MﬂI Ecnu nomouss nocrpagasemy e Gyaer oxasawa s uacos, emy rposwT EnyGoKan wHBanMANOCTS!

FAST Tect Ha cumnTOMBI
WHCYNbTa

NHCYNbLTO-NOA06OHbIE COCTOSAHUS G
(KOpTUKarnbHbIVU U
cybKopTUKanbHbIN MHGAPKT),

3noKkayecTBeHHas MUrPEeHb. O
OHW CONPOBOXAaloTCs 9
remunape3amm U reMUaHoNCUen s
M UMEIT TEHAEHLMIO K o
OTHOCUTENBLHO BbLICTPOMY
BOCCTaHOBIEHMIO. -




* HeBpOJ'IOFI/NeCKVIe CUMIMTOMBbI : anmnnenTn4eckne npucTyribl (
CbOKaJ'IbeIe, BTOPUYHO reHeparnim3oBaHHble, AnarenTn4eckme 1

Aapyrue), Cynoporm y pebenka
MO3)XE4YKOBbIE PaCCTPOCTBA, -

MMOKIOHYC-3nunencus,
KOpKOBas arHo3us,
MUrpeHenogobHbIe

rofiloBHbIE 6O U
NOLAKOPKOBbLIE HapyLLUEHUS
(MbILLEYHAA ANCTOHUSA,
pasfinyHble BUAbl TMNEPKNHESO

ToHnyeckue

&5

KnoHunuyeckue




* Henponatonormnyeckme N3MeHeHUs ronoBHONro Mo3ra
BKMKOYatoT rmdenb HEMPOHOB, AEMUENTUHU3ALNIO,

nponuagepauuto
aCTpOLNTOB.
« Kanbundgukarthbl
B obnactu
b6asarnbHbIX raHrnue
Hepeako
BCTpeYaeTcH
npu MELAS.




MbiLeYyHasa crnabocTb, HEMPOCEHCOPHAas TYFOYXOCTb ABNAIOTCS
TUNWUYHBIMM CUMMTOMaMM 3aboneBaHus.

OHOOKPUHONATUU MOTyT ObITb NPeACTaBNEHblI HEAOCTATOYHOCTbIO
ropMOHa pPoCTa, caxapHbiM AnabeTom

Peoko: -kapanomuonatugd
-NnovYeYvYHo-KaHanbLueBasi TydbynonaTtus.




e XapakTepeH 3Ha4ynTeNbHbIM YPOBEHb NakTaT-aungosa
B KPOBU U CMMHHOMOS3roBOW XXWUOKOCTK, Npu druoncmm
CKemneTHbIX MblLL, Hepeako BbiaBnsaeTca peHoMeH
« pBaHbIX KpaCHbIX BOJIOKOH».

«PBaHble (LuepoxoBaThle)

KpacHble MbiLLleYHble BOSIOKHa»

npu cmHgpomMme MELAS — aHOMarbHoOe
CKOonsieHne MUTOXOHOPUMN.
OkpalumBaHue no fomopw.




OCOBEHHOCTU TEMEHNA

bonbHbIE HU3KOPOCHbI

MyTauns He Bcerga BefeT B 3abosieBaHmio (M3-3a
reteponnasmmm 0OSbLUMHCTBO MUTOXOHAPUN Yy YernioBeKa MoryT
ObITh "300p0OBLIMN")

B Taxkenbix CltyHadXx pa3BnBaeTcAd gemMeHuUunAa u rny60|<as=|
UHBalNnnNan3auun4, BosnbHbIE Hepeako ymupatroT, He 4OCTUrHyB 20
ner.

TepMUH «nHcynsTonogobHble», BEPOSATHO, 0OYCMNOBMNEH TEM, YTO
B OOMbLUMHCTBE OMUCLIBAEMBIX CIyYaeB BeayLLUNUM KITMHNYECKUM
NPOSIBINIEHNEM ABIIAETCS rofioBHasa 60s1b C pBOTON, Cygoporamu,
4aCTO C HapyLUEHNEM CO3HaHUS, ANNTENBbHOCTBLIO OT HECKOSBbKUX
4acCoB 0 HECKOSIbKNX OAHEWN.



OVNATHOCTUKA

« Buoxnmmyeckne, mopdonornyeckne n MonekynssipHoreHeTn4eckmne

MeToabl.
« Y BCcex naumeHToB C CUHAPOMOM MELAS BbISIBNSOT NOBbLILIEHME
naktata u nupysata B kposu n LICXK, kak B nokoe, Tak n nocrie

domnanyeckon Harpysku.
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JNNEMEHWE

* JleyeHne CMHApPOMa NokKa He N3BECTHO ,NpearnpuHUMaroTCA NOMbITKN
3aMenrnTb ero Te4eHune:

* L-aprmHuH (BHYTPUBEHHO)

* KodepmeHT Q.

« HasHayeHwue Banbnpoara ycyrybnser cyaoporu.
« [lporHo3s rno 3abosnieBaHMIO HEGNAroNPUATHLIN.
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