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KIIMHUYECKHUE OCOBEHHOCTH

[ToancuCTEMHOCTh M OJIMOPTAaHHOCTb,
«HEOOBSICHUMOCTBY» COUETaHUSI CUMIITOMOB
CO CTOPOHBI OPIaHOB, HE CBSI3aHHBIX
OOIITHOCTBHIO
IPOUCXOKICHUS

Hepenakoe Hamuyue oCTPhIX SMU30/0B B
ne0roTe 3a00J1€BaHsI WJIU B €T0 Pa3BEPHYTOM
CTaJuu

BapuaOenbHblii BO3pacT Havaia

cUMITOMAaTuKH (0T 1-ro 70 7-T0
JECATUIICTHS)

yFHY6JI€HI/I€ CUMIITOMATHUKH C BO3PACTOM

HATOOU3NOJIOI MYECKAA
TPAKTOBKA

[TopaskeHue opraHoB, UMEIOIIHNX
OJTM3KUN «TTOPOTY YyBCTBUTEIHHOCTH
K HapyIICHUIO OKHCIUTEIIBHOTO
dbochopunupoBaHus

«MeTabonu4ecKkuit Kpu3», CBI3aHHBIN
CO CPBIBOM OajlaHCa MEXIy MOTPEOHOCTIMU
TKaHU B YHEPrO0OECIICUCHUH U YPOBHS
a’pOOHOTO IBIXaHUS

BapuabenbHOCTh YPOBHSI MyTaHTHOM
MT/IHK B pa3HbIX TKaHSIX B pa3InyHbIN
MOMEHT BPEMEHU

Hapacranue yncna myranui MmtIHK 1
OCJ1a0JIeHNe NHTEHCUBHOCTH OKUCIUTEIHHOTO
dbochoprrpoBaHus MO MEPE CTAPEHUS
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M E lns Parkinsonism Parkinsonism

Dystonia

aun. Mitochondrial encephalomyopathy,

lactic acidosis, and stroke-like episodes —

«MUTOXOHJIpHAJIbHAS dHIE(PaToOMUOIIATHS,
JaKTaTalK103, HHCYIBTOMOJ00HbIE
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Human mtDNA
(16.6 kb)
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MERRF

koTopas B 90% Jokanm3yercs B IeHE,
KOJMPYIOIIEM CUHTE3 TPAHCHIOPTHOM

PHK - gednmHa, 4T0 OpensITCTBYET €TI0 s
BKJIFOUCHUIO B OEJIKU ObIXaTEIbHOM

LICTIN.
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3a00JICBAHUSX, IMArHOCTHKA CUHIpPOMA
MELAS npencrapisieT TpyIHOCTH,
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Heripomnaronornueckne n3aMeHeHUs
rOJIOBHOI'O MO3ra BKJIIOYAKOT FUOEIIb
HEHUPOHOB, JISMUCSINHHU3ALUIO,

H[ZOJ’IHSI!C[Z&!!I/HO ACTPOIUTOB.

HNHCcyabTonoa00HbIe COCTOSTHUS
HHUKOIIA He ABJIAIOTCH CJIeICTBHEM
TPOMO03MOO0/IMH, & BOSHUKAIOT
BCJICICTBUE MUTOXOH/IPUATHLHOM
AHTMONAaTUX U HE COOTBETCTBYIOT
JOKaJIM3allu MarucTpaibHbIX
COCYJIOB MO3Ta

[Ipu ayTorcuu B CTEHKaX MO3TOBBIX
apTEpPUOI U KallWUIAPOB, B
AHJIOTEJIMATIBHBIX U TJIaIKOMBIIIIEYHBIX
KJICTKAX, BBISIBJIICHA
runepnpoargepanus MUTOXOHAPHUI
YTO U 00YCJIaBIUBACT aHTHOTIATHIO.




TunuyHas JoKajIu3anusa 04aroB, BbISIBIISIEMAS IIPU
npoBeacHur KT/MPT roigoBHOro Mo3ra, - BUCOYHas,
TEMEHHAas WIH 3aThIIIOYHAS 00/IaCTh.




NIMarHoCcTUEa 3abonesaHua

- YCTaHOBJICHHAS WJIM MTOA03peBaeMast
HaCJIeJICTBEHHAsI 0OJIE3Hb B CEMBE

- poXJIeHHEe pebeHKa C IIOpOKaMHU
pa3BHUTHUSA

- IOBTOPHBIC CIIOHTAHHBIC A00PTHI,
MEPTBOPOXKICHHS, OECIIIIONNE

- OTCTaBaHHUE JCTCH B IICUXUUCCKOM H

(hH3UYECKOM pa3BUTUU

- HapyIlI€HUE MOJI0BOI0 Pa3BUTHS

- KpPOBHOPOJICTBEHHBIE Opaku

- BO3MOXKHO€ BO3/ICUCTBUE TEPATOTCHOB
B MepBbIC 3 Mecsiia OepeMEHHOCTH




CHCTEMHOE M
.
opramnoe nmopaskeHue

-

— KpoBb (JIaKTaT, i1oko3a, KOK); TN,
— M04Ya (AMUHOKHUCJIO0ThI, OPraHuYecKue KUCJI0ThI); y
— CIIMHHOMO3I0Bas *KMAKOCTH (JIAKTAT, 0€JI0K); :
— penTreHorpagus yepena (merpupuxarer);

— OKT, sxoxapauorpadus; gﬁ ; \
— 2931, OIMI, DHMTI’;

— KT, MPT

Io







Parkinsonism,
aminoglycoside-induced deafness
MELAS,

myoglobinuria Myopathy,
PEO

Cardiomyopathy,
ECM

nultisystem disease

Cardiomyopathy

[ PEO, LHON, MELAS,
n

LS, MELAS,
m

nyopathy, cardiomyopathy,

e S Y cardiomyopathy, MELAS

and parkinsonism

ECM, LHON, myopathyJ

ECM

LHON, MELAS,
diabetes,
; LHON and dystonia

LS, MELAS

Cardiomyopathy, ECM,
PEO, myopathy,
sideroblastic anemia

“(Diabates and doafness)

Cardiomyopathy,

PEO
Myopathy, MELAS N4

(M‘yopa:hy, }ymphoma)_. g

Cardiomyopathy,
LHON
LS, ataxia,
chorea, myopathy
PEO
E ECM

[ Myoglobinuria,

[Myoparh,v, cardiomyopathy,

LHON, myopathy,
LHON and dystonia

motor neuron disease,
sideroblastic anemia

PPK, deafness,
MERRF-MELAS

S
Progressive myoclonus,
epilepsy, and optic atrophy

Cardiomyopathy,
SIDS, ECM

Myopathy,
multisystem disease,
encephalomyopathy

NARP, MILS,
FBSN
Cardiomyopathy LS, ECM,
myoglobinuria

PEO, MERRF,
MELAS, deafness
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BbiaBNEHWeE rpynnbl PUCKA

OCHOBOW BBISIBJIEHHS TPYHITBI PUCKA MOKHO
CUUTATh:

1.00cae1o0Banne 00JIbHOT0 1 MOCTAHOBKA
AMATHO32 HACJEACTBEHHOI0 3200J1eBaHMS.

2. IloBBIIEHHBIE YPOBHU KUPHBIX KACJIOT B
KpOBU;

3. I'MnepaIKCKpeLHio OPraHuIeCKUX KHCIOT C
MOYOM;

4. CHKEeHUE YPOBHS KAPHUTHHA B KPOBH;

5. VYBenuueHue cojiepkaHusl MUOTJII00MHA B
OMOJIOTMYECKUX KUIKOCTAX;

6. CHIDKeHHE aKTUBHOCTH MUTOXOHIPUATBHBIX
dbepMeHTOB B MuoIuTax u pubpoobdiacrax.

7. I umepKeTOHEMUIO;
8. I'mnornukemMuio;
9. I'mnepaMMOHHUEMUIO;

- YCTaHOBJICHHASI WJIH MO/I03peBaeMast
HaCJIeZICTBEHHAsI 0OJIE3Hb B CEMbE

- poxIeHHEe peOeHKa C MOPOKaMU Pa3BUTHS
- IOBTOPHBIE CIIOHTAaHHBIE a0OPTHI,
MEPTBOPOXKICHUS, OECIIIIOANE

- OTCTaBaHUE JCTEW B ICUXUYECKOM U
$u3nIECKOM pa3BUTHH

- HapyIICHHUE MOJIOBOTO Pa3BUTHUS

- KPOBHOPOJCTBEHHbIEC Opaku

- BOBMOYKHOE BO3JICHCTBUE TEPATOT€HOB B
nepBbie 3 Mecsa 6epeMeHHOCTH




OT1OOp rpynibl
pHCKa
npeJjiaraeTcs
IIPOBOJUTH IIPU
M3MEHEHHUSX Ha
Y31

Jlms nnarnoctuku MEJIAC y
[JIOAA IIpEJIaracTcs
UCCJIEOBAHUE YPOBHS JIaKTaTa-
[MUPyBaTa B AMHUOTUYECKOU
KUJKOCTH, IJI1 YETO IIPOBOAUTCS
AMHHOLEHTE3.

: AMHUWOTHYECKEA
MnauexTa =N AUAKOCTL

Mnopg

Marka




CyOcTparoM JJIs KCCIEI0BaHMS B
KOHIICHTpaTe aMHUOTUYECKOMN
KUJIKOCTH (TIpHU LEHTPOPYyTrUPOBAHUN)
MOT'YT OBITh CIIYIIICHHBIC KJICTKH
SIUTEIINS II0/1a 1 BOPCUHKH XOPHOHA.

Kotopsie MOXHO uCCI€e10BaTh
TUCTOJIOTMYECKHU HA TIPEIMET
W3MEHEHUS B MUTOXOHIPUSIX.
aHoMajiuu (POPMBI U Pa3MEPOB,
HapyIlIeHue KOH(Urypauuu
KPUCT, HAINYHE
MapaKpUCTATNINIECKUX
BKJIFOYCHUM U OP.




* IIpennoxxeHHas METOAUKA TPEOYET JOMOJHUTEILHOTO
MCCJICIOBAHUSI.

* OHa MOXeT ObITh KpaliHe 3(PPEKTUBHAS JJ11 OCTAHOBKHU
TOYHOro aquarno3a. He toneko MELASa, HO u psina
APYTUX MUTOXOHIPUATBHBIX 3a00JICBaHUI.

* JlaHHAs METOAMKA MOYKET UCIIOJIb30BATHCS B
MpEHATAIbHbIN EPUO]I.




