HespoAormnyeckuin aAropytm

AJITOpPUTM IMATHOCTHKH
MHTOXOHIPHAJbHBIX
HIedaJoMHONIATHI

C.H. Hasapuowrun

MuToxoHapuanbHble 3HLebanommo-
naTum NPeacTaBastoT cOO0M OOLLNPHYIO
rpynny 3aboneBaHWin, OTHOCALLMXCS K
0CcobOMYy Kaccy HacneacTBEHHON NaTo-
JIOTMK YenoBeKa — MUTOXOHAPWANbHBIM
60nesHaM (MUTOXOHAPUANIbHBIM LATO-
natuam). MutoxoHapuanbHble 60ne3HM
MOryT ObITb OXapakTepu30BaHbl kak 3a-
6oneBaHusi, 06YCNOBEHHbIE FTEHETUYEC-
KUMU U CTPYKTYPHO-BMOXMMUYECKMMM
nedekTamy MUTOXOHIAPUIA 1 COMPOBOX-
JaloLmecst HapyLIEHWEM TKAHEBOTO [bl-
xanus [1, 2, 4-6]. MNpu MUTOXOHAPWANb-
HbIX 6ONE3HSX B CBA3M C BO3HMKAIOLLMM
CUCTEMHBIM [,eDEeKTOM 3HEPreTU4eCcKo-
ro Metabonu3ma nopaxatoTcsi B pasnuy-
HOW KOMOUHaumn Hambonee 3Heprosa-
BUCMMbIE TKaHW W OpraHbl-MULLEHN
(MO3r, cKeneTHble MbILLbLI Y MUOKapPA,
NOXeNyL04Hasn Xenesa, opraH 3peHus,
MOYKM, NMEYEHD).

OCOBEHHOCTBIO QYHKLMOHMPOBAHUS
MWUTOXOHOPWIA ABASETCA Hanuyme cob-
CTBEHHOr0 MWTOXOHAPUANIbHOIO re-
HOMa — KoJibLieBon monekynbl AHK, pac-
MOJSIOXEHHON BHYTPU JaHHOW OpraHensibl
n cocrosawen ns 16569 HykneoTnaos.
MuToxoHgpuansHas OHK (mMTOHK) co-
nepxut 37 reHoB, KOAUPYIOLIMX CUHTE3
2 BuaoB pubocomanbHoli PHK, 22 Bnaos
TpaHcnopTHoi PHK 1 13 6enko., Bxoas-
wwmx B coctaB |, lll, IV n V komnnekcos
ObIXaTenbHON uenn mutoxoHapuin. Oc-
Ta/lbHble NEeNTUABl ObIXaTeNIbHOW Lenu un
3Ha4uTeNIbHaa 4acTb OPYrvX MUTOXOHL-
puanbHbix GENKOB KOAMPYIOTCS reHamm
anepHoin AHK. Takum obpasom, B obec-
neyeHMn MHOroobpasHbIX GroxMMmuyec-
KX QYHKUMA MUTOXOHAPWUIA Y4aCTBYIOT

Ceprevi Hukonaeeny Unnapuoiu-
KUH — npodeccop, 3aMm. aMpektopa
Mo Hay4Ho paboTe Hay4yHoro LeHTpa
HeBponorun PAMH.

6enku, Koampyemble Kak SaepHbIMUI, Tak
1N MUTOXOHAPWANbHBIMU FeHaMMU.

B cooTtBetcTBMM C  BbllLEYMNO-
MSIHYTEIMW OCOBEHHOCTSIMU [|BOMHOr0
reHoMa MUTOXOHAPWIA TUM HacnegoBa-
HUS MUTOXOHAPWANbHBLIX GONe3Hen Mo-
XeT ObiTb pasnuyHbiM (puc. 1). Mo-
ckonbky MTAOHK B opraHusme umeet
NoYTU WCKMIOYUTENBHO MATEPUHCKOE
NPOUCXOXAEHNE, NPU nepenaye MUTO-
XOHZPWanbHON MyTaLmMm NOTOMCTBY B pPO-

[LOCNOBHOI MMEeT MEeCTO MaTepUHCKUI
TUN HacnepnoBaHus — GONeEIOT BCe OeTu
6onbHO MaTepu. Ecnm myTaums npowuc-
XOOUT B SAEPHOM TeHe, KOAUPYIOLWEM
CUHTE3 MUTOXOHApUanbHoro Genka, 3a-
OoneBaHve nepefaeTcs Mo Kiaccuyec-
KUM MeHIeneBckuMm 3akoHaM. MHorpa
mytaums MTAHK (06biyHO - aeneums)
BO3HMKAET de Novo Ha paHHel cTaguu
OHTOreHe3a, 1 Toraa 3aboneBaHve npo-
SIBNSIETCS KaK Cropaanyeckuii cnyyai.

Tunbl HacnegoBaHus

SHUedanommonaTuii

MUTOXOHAPUANbHbIX

/ )

r N

6oneloT BCe AeTK
(6paTtbsi 1 cecTpsbl),

o cuHgpom NARP
o aTPOdUS 3PUTESbHBIX

Hepeos JleGepa cuBHoe)

BEN 1 30,
cutensm
ABNAOTC

e GonetoT 50% peten,
POXAEHHBIX OT 60J1b-

POBbIX poauTenen
(ayToCOMHO-peLec-

6onetoT 50% CbIHO-

pen, POXOEHHbIX OT
300POBOI MaTepu
(X-cuenneHHoe pe-
LeccusHoe)

MeHpeneBckoe
MarepuHckoe

(ayTocOMHO-A0OMMHAHT-

(MuTOXOHApPUManbHoe, Cnopapguueckue cny4yau
HOe, ayTOCOMHO-peLec-

uuTonna3marmyeckoe)
CcuBHOe, X-cLenjeHHoe)

lMpu3sHaku: Mpu3Haku: Mpu3Haku:

OTCYTCTBME MOBTOPHbIX
cnyyaeB 3aboneBaHus

POXAEHHbIE OT 6OBHOIA HOFO MYXUUHBI M B CEMbE
KEHLLHbI GONLHOM XEHLLVHBI
(ayTOCOMHO-A0MU-
Mpumepsi: HaHTHOE) Mpumepsi:
e cuHApoM MELAS o Gonetot 25% peTeit, o CUHOPOM
e cuHapom MERRF POXAEHHBIX OT 310- KepHca-Celipa

e MporpeccupyioLLas

HapyXHas
odTansmonnerus

OPOBbLIMM HO-

N MyTaLmm

9 50% pnoye-

lMpumepsbi:
e 060/1e3Hb
e 60/1e3Hb

e CMHAPOM Anbriepca

Ddpuppelixa
Jles

Puc. 1. Anroput™M OLLEHKM TUMOB HACNe0BaHUS MUTOXOHOPWANbHbBIX aHUEedano-

MuonaTun.
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| LLEHTpaJ'IbHaFI HepBHasd cnuctema |

KnuHuyeckue ocobeHHOCTH

Y

| CkeneTHbIE MbILLILbI |

Y

| Meiwua cepaua |

Y

| OpraH 3penus

Moykn

II<_

MeyeHb

| KOCTHbI MO3r |

MoAMCUCTEMHOCTb 1 MONNOPTraHHOCTb,
“He0OBACHMMOCTL” COYETAHMSA CUMMTO-

Martodunanonornyeckasa TpakToBKa

MopaxeHne opraHoB, MMeloLLnX 6am3-
Kui “nopor” 4yBCTBUTENBHOCTM K Hapy-

A

MOB CO CTOPOHbI OPraHoB, He CBA3aH-
HbIX OBLLHOCTbIO NnpouncxoxaoeHnsa

Hepe,u.Koe Hann4ne OCTpbIX 3N1M3040B B
nebiote 3aboneBaHus UnyM B ero pas-

LUEHWIO OKMCAMTENbHOro dochopunu-
poBaHus

“MeTtabonuyeckuii Kpus”, CBA3AHHBbIN

A

BEPHYTOM CTaguu

BapuabenbHblii BO3pACT Havana cumn-
TOMaTKKK (0T 1-ro Ao 7-ro AecaTuneTns

CO CpblBOM OanaHca Mexay noTpeb-
HOCTSIMU TKaHW B 9HeproobecrneyeHnm
1 YPOBHEM a3P0OBHOr0 AbIXaHWS

BapunabenbHOCTb YPOBHSI MYTaHTHOW

A

XWU3HW)

Y

| SH,D,OKDI/IHHaﬂ cuctema |

Puc. 2. OTHOCUTENbHAA 9HEPrO3aBn-
CYIMOCTb OPraHOB U TKaHewn (B nopsa-
Ke ybbIBaHUSA).

Kaxpas MUTOXOHAPUS COAEPXMUT OT
2 po 10 konuin monekyn MTOHK, a knetkn
Pa3NnYHbIX TKAHEN MOTyT COAePXaThb OT
COTEH [10 HECKOJMbKMX ThICSY MUTOXOHL-
pwvii; Takum 06pa3om, obLiee Konm4ecT-
B0 Monekyn mTAHK B knetke MoxeT no-
cTuratb LECATKOB ThiCAY (Hanpumep, B
kapanomuoumte — oo 50000 monekyn
MTOHK). Mpn KNeToyHOM AeneHum Mo-
nekynol MTOHK B cOCTaBe MUTOXOHAPWI
B CNy4yaliHOM NOpPsOKe NepexomsT B Lu-
TonnasMy A04ePHUX KNeTok. B 0bbluHOI
CUTyauum BO BCEX KNIETKAxX W TKaHSX Op-
raHu3ma MMeeTCsl OOMH U TOT Xe Hop-
ManbHblin Bua MTAHK - cocTtosiHme, 060-
3Hayaemoe kak romonnasmus. [pu
BO3HMKHOBEHMN MyTaummn B MTAHK 1 ee
pacnpoCTpaHeHUn BO3HWUKAET reTepo-
nnas3mus, T.€. COCTOSIHWE, MPU KOTOPOM
B K/eTke (TKaHu) CyLeCTBYeT COBOKYM-
HOCTb [BYX Pa3nuyHbIX MNOMNynsUnii
MTOHK - HOpManbHOW U MYTaHTHOM.
[poueHTHOE copepXaHne HOPMasbHOWM
n mytaHTHOW MTAHK B pasHbix TKaHsax
MOXET BapbMpOBaTh B LUMPOKMX Npene-
nax (ot 0 mo 100%), 4TO B 3HAUNTENBHOM
CTEMEHN onpenensieT xapakrep u Ta-
XECTb COOTBETCTBYIOLLMX KIAMHNUYECKNX
nposieneHuii. bonee Toro, Ha NPoTsXe-
HUW XM3HW B OOHOMN 1 TOW Xe TKaHW COo-
OTHOLUEHWE HOPMaNIbHOM U MYTaHTHOW
nonynaumi mMTOHK Takke moxeTr me-
HATbCS, obecneynBasi onpeneneHHble

o
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yrny6neH|/|e cCuMnToMaTuknu C BO3pac-

MTHK B pasHbIx TKaHsaX B PasinyHbIf
MOMEHT BPEMEHMU

HapactaHve yucna mytaumii MTAHK n

A

TOM

ocnabneHne WHTEHCUMBHOCTU OKUCIIN-
TenbHOro docdopuampoBaHus No Mepe
cTapeHus

Puc. 3. O6L1as KnMHn4eckas xapakTepuctka MUTOXOHAPUabHbIX 60e3Hel.

TpaHchopmaummn cuMnTomMaTuku 3abo-
NleBaHuS.

JedekTbl okmcantensHoro ¢ocoo-
pYAMPOBAHNS MPY MOPAXEHUN MUTOXOH-
Apuii N0-pasHOMY NPOSIBASIKOTCS CO CTO-
POHbI KOHKPETHBIX OPraHOB W TKaHeN
(puc. 2). OgHW TKaHW (FONOBHOW MOSF,
MUOKapa) WMEIOT BbLICOKYIO 3aBUCK-
MOCTb OT @3pOoBHOro AbixaHusi 1 nopa-
XalTCA NPY MUTOXOHAPMAbHBLIX 60ne3s-
HSIX B MEPBYI0 04epeab, Toraa kak apyrue
(koxa, KOCTHO-XPSILLEBON annapar, JMMm-
dopeTukynsipHas cuctema) obnagaroTt
HM3KO YyBCTBUTENBHOCTHIO K HEOCTaT-
Ky KMCNOPOAa M CNOCOOHbI MEPEXmnBaThb
Jaxe 3Ha4uTeNbHble HapyLUEHUS 3Hep-
ronpoaykumn. B pesynbrate gaxe npu
OOHOM U TOM Xe MONeKynsipHoM aedek-
Te MTAHK y pa3Hbix 60/1bHbIX 3a6051€Ba-
HVEe MOXET NPOSIBUTLCS MO-Pa3HOMY — B
3aBMCMMOCTY OT TOr0, B KaKux OpraHax u
TKaHSIX MPOM30LLIO KJIOHANbHOE HakoM-
nexne mytaumm mTAHK.

Takvm 06pa3omM, xapakTep 1 TSKECTb
KMHUYECKUX MPOSIBAEHUA MUTOXOHAPW-
asnbHbIX 60ne3Hel onpenenseTcs:

e TAXEeCTbto MmyTaunmn MTAHK;

® MPOLEHTHLIM COAEPXaHNEM MYTaHT-
Hon MTAHK B KOHKPETHBIX OpraHax u
TKaHsIX;

® 3HEPreTM4yeckoin nOTPEOHOCTbIO U
@YHKLUMOHaNbHLIM PE3EPBOM OpPraHoB
N TkaHen, cogepxawmx MTOHK (nx

“noporom 4yBCTBUTENBHOCTU” K Ae-
dektam okmcauTensHoro docoopu-
NIMPOBaHNS).

[narHoctuka MUTOXOHAPUANBHBIX
6onesHein 6as3npyeTcs Ha HEKOTOPbIX
YHVBEPCa/IbHbIX 0COOEHHOCTSAX KIIMHU-
4YECKON KapTWHbI, MPEACTAB/IEHHbIX HA
puc. 3, 4. B kayecTBe kNO4EBON Xapak-

P
o OHuedanonatus

o Muonatus
o ATpodus 3pUTENbHBIX
HepBOB
o [lereHepauus
ceTyaTku
Hesponatus
HelipoceHcopHas
TYrOyxocCTb
Kapavnomuonatus
CaxapHblit anabet
l'vnodwr3apHbIn
HaHU3M
o [laHumTONEHNA
MpokcumanbHas
Tybynonatus
o [leyeHo4Has
HEA0CTaTOYHOCTb s
CuHgpom
mManbabcopbuum
KeToaumpoTtnyeckas
Koma

o [lpyrve nposisnexns
— J

B pa3nunyHbix coyeTaHuax
A
L]
h

[ ]
nalat A ame

Puc. 4. [NonncnctemMHOCTb NposiBne-
HUI MUTOXOHAPUANbHBLIX O0NE3HEN.



TEPUCTUKM CeyeT NOAYEPKHYTL MOMM-
CUCTEMHOCTb MOPaXeHUs, KaxyLieecs
HeoObACHMMbIM BOBNEYEHNE B MPOLIECC
OpraHoB 1 TKaHel, He CBA3aHHbIX 06LL-
HOCTbIO MPOVCXOXAEHNS NN DYHKLNN.
Ha camom pene obimm ans Bcex nopa-
XaeMblX TKaHen SBASETCH HU3KMIA “no-
por” 4yBCTBUTENLHOCTU K Aebuunty
KMCNopoJa 1 HapyLLIEHUSM OKUCUTE b~
HOro GocHopunnpoBaHma (BbICOKUIA
YPOBEHb 3HEPr03aBUCMMOCTU N SHEPTO-
noTpebneHus).

[ns MUTOXOHZPUANbHBIX BONe3HeNn,
B TOM YMCIE A1 OCHOBHbIX POPM MUTO-
XOHAPUaNbHbIX 3HULEedanoMmonaTunii, xa-
pakTepeH paa YHUBEPCabHbIX AUArHOC-
TUYECKUX TECTOB, MO3BONSIOWMX MOA-
TBEPANTb dakT MUTOXOHAPWANILHON
ONCOYHKLMN 1 HAPYLLEHNE 3HEPreTuye-
ckoro metabonuama. K HUM oTHocsTCS:
® JlaKTaT-aumao03 — MOBbILLEHNE YPOBHS

naktata U nupysaTta B KPOBW W/Wnu
CMMHHOMOS3rOBOW XNOKOCTW;

e heHOMEH “pBaHbIX KPACHbIX BOJIO-
KOH” — BbISIBNIEHVE B MbILLIEYHbIX OO~
nTaTax npv crneuuanbHOM OkpaluvBa-
HUM Mrodubpunn co cBoeobpasHo
N3MEHEHHBIMW KpasiMu BCNEeACTBUE
nponudepaLmn MUTOXoHapun 1 Gop-
MUPOBaHNS MUTOXOHAPWASbHBIX arfo-
MepaToB No nepudepmm MblLLIEYHOrO
BOJIOKHA;

® BLIFB/IIEMbIA NPU TUCTOXUMUYECKOM
nccnenoBaHuy AeduunUT LUTOXPOM-
C-oKkcunaasbl B MblLLEYHbIX BOIOKHAX;

® 3/1eKTPOHHO-MUKPOCKOMUYECKME Npu-
3HaKM NaTofiorMm MUTOXOHAPWIA (aHO-
mManuu GopMbl 1 pa3MepoB, Hapy-
LWEeHMe KoHUrypaumm KpUCT, Hanum-
4yne MapakpUCTANIMYECKMX BKIKOYE-
HUA 1 Op.).

B HeBponorum cywiectsyeT 60osibLuoe
pa3Hoobpasve GeHoTMnoB (popm) Mu-
TOXOHAPUWaNbHbIX 60Ne3Hel, OaHU U3 KO-
TOPbIX CNELMPUYHbI UCKITIOYUTENBHO ANS
paHHero OeTckoro Bo3pacta, a gpyrue
MOFyT AMarHOCTMPOBATLCS M Y NaUMEH-
TOB CTapLUMX BO3PACTHbIX rPynm (BNAOTb
[0 LIeCTOro v gaxe CeapMoro Aecatu-
neTui xnsun) [1, 4, 6]. Hanbonee uns-
BECTHbIMW 1 OTHOCUTESIbHO 4aCTO BCTPE-
YAKLWMMUCA Ha NpakTUke SBASIOTCSH
HECKOIbKO POPM MUTOXOHZAPUANbHBIX
aHUedanoMmonaTuin, AMarHoCTuyeckme
KpUTEPUM KOTOPBLIX AOCTATOYHO YETKO
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chopmynunpoBaHbl 1 0600LLEHBI B NNTE-

patype. K HUM oTHOCATCS:

e cuHapom MELAS (aHrnuiickas abbpe-
BMaTypa OT CNOXHOr0 TEPMUHA “MU-
TOXOHApUanbHasa aHuedanonaTus,
nakTaT-aumao3 U MHCYIbTONoA00HbIe
anm3oabl”);

® CUHOPOM MERRF
(“mMMOKNOHYC-anunen-
cusi C pBaHbIMK Kpac-

Tbl 3TUX PEHOTUMNOB BCTPEYAIOTCS CPaB-
HUTENBHO PeaKo. YpesBblHanHO BaXHbLIM
ABNAETCA BblIBIeHWE OOLLENPUHATLIX
nabopaTopPHbIX MAPKEPOB MUTOXOHOPU-
aNbHON ANCOYHKLUMN — NakTaT-aumnaosa,
HapyLUEeHWA yrneBoaHoro, 6enkoBoro u

BospacTt gebtota — 5-20 net
MHcynbTonoaobHble anu3oapl
MurpeHo3Hble NPUCTYNbI, PBOTA

HbIMV BOJIOKHAMK”); ¢ Cygoporu
e cuHgpoM NARP (“He- Cungpom | * Atakcusi
BPONATUS, aTakcus MELAS o [lereHepauvsi ceT4aTku
MUTMEHTHLIN  peTun- e HelpoceHcopHas myxota
HUT?): e Hu3KopoCnocTb, Anadet
o Kapamommonartus
® CUHOPOM KepH-
. o JlakTaT-aumpos
ca-Celipa;
* aTpPOUs 3PUTENLHBIX ¢ Hayasno Ha BTOPOM [eCATUNETUN
HepBoB Jlebepa. KU3HY
A0pO  KAMHUYECKNX o MyOKIOHYC-3nuencus
7 7 o Atakcus
NPOSIBNEHNI KaxXaoh 13 CrRapom a
3TUX HGOPM MUTOXOHAPK- MERRF > o [lemeHuns
anbHbIX 3HUEdaAnoMmo- 0 WEEn
NaTWil NPEACTABNEHO Ha ¢ HelipoceHcopHas Tyroyxoctb
o 3apepxka Guan4eckoro
puc. 5. Bce ykasaHHble
pa3BnUTUA
3ab0/1eBaHNS CBS3aHbI C
myTtaumammn MTAHK. Cne- o Hesponatus (MpenMyLLecTBEHHO
AyeT noa4epkHyTb, 4TO CEHCOMOTOpHas)
Ha NpakTuKe YalLe BCero o Atakcus
HabnogatoTea “cme- CuHppom — | © MurmenTHas pereHepauus
WaHHbIE”  peHoTUMbI NARP CEIN KT
(MELAS/MERRF 1 1.4.), o Aemetiups
o 3agepxka GU3n4eckoro
KOTOpbIE XapaKTepuay-
pasBuUTUS
I0TCA LUMPOKUM CMEKT-
pOM CUMNTOMOB (CM. e Hauasno Ha NepBOM-BTOPOM
puc. 4, 5). [EeCATUNETAN XN3HU
ANroput™ AmarHoc- o HapyxHas odpransmonnerns
TUKW  MUTOXOHAPUASb- * Muonatus
HbIX 3HLLeaNOMUONATHiA o [lurmMeHTHas oereHepaums
CeT4yaTku
BKJIIO4AET HECKOJIbKO OC- CuHppom
KepHca—Ceiipa »| o Kapavomuonatus,
HOBHbIX 3TaroB (puc. 6). p P aTPUOBEHTPUKYASIPHAs G10Kaaa
1. Bo-nepBbix, HE0O- o ATaKkcus

XOAMMO [0Ka3aTesibHoe
KNMHMYeckoe nomospe-
HUWE Ha HaNnyme MUTO-
XOHApUanbHo 6onesHu.
B TMNWYHBIX Crydasx 3To
MOXET ObITb BbISIBNIEHNE

KNMHWYECKOW KapTUHbI, ATpodus
XapakTepHOMn ana ToWn 3pUTENbHBIX
UN MHOM GOpPMbI MUTO- |HepBoB Jle6epa

HelipoceHcopHas Tyroyxoctb
o OHOOKPUHHBIE PACCTPOICTBA
lNoBblweHne 6enka B IMKBOPE
(>1r/n)

e Hayano Ha BTOPOM-TPETLEM
NECATUNETUN XU3HU
OcTpas (nomocTpas)

XOHOpWanbHON 3Hueda-
nomuonatun  (MELAS,
MERRF »n T.4.), ogHako
“knaccmyeckune” BapmaH-

6e3605eBas yTpata 3peHus

o Peniko: oUCTOHMS,
MOSIMHEBPONATSA, CNacTUYeCcKme
napesbl, ckeneTHble Aedopmauyn

Y

Puc. 5. Hanbonee n3BecTHble GOPMblI MUTOXOHOPU-
anbHbIX SHUEdanoMmonaTui.
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— 93, SMI, BHMT;
- KT, MPT

KIMMHNYECKOE OBCJIEAOBAHUE
Knunnyeckuii cuHgpom
Tun HacnegoBaHus
HAononuntensHele MeToabl:
- KpOBb (NakTar, rmoko3sa, KPK);
— M0OYa (aMUHOKUCIIOTbI, OPraHNYeCKme KUCNOThl);
— CMMHHOMO3roBast XUAKOCTb (NlakTaT, 6eokK);
— peHTreHorpadus Yyepena (NneTpudukatsl);
— OKT, axokapauorpadus;

LleneHanpaBsieHHbI MONCK
MYJIbTUOPraHHOWM NaTosIorum

PN

Cneuudunueckuii pacno3HaBaeMblii

deHoTUN
CBsi3aHHbIN CBS3aHHbIi
C MyTaUMsMK C MyTauusiMm
MTOHK (MELAS, apepHon OHK
MERRF, NARP (aTakcusa
nap.) ®puapeiixa 1 op.)

Y Y

AHanm3 TMM@oLnTOB KPOBUN
Ha M3BECTHbIE TOYKOBbLIE MyTaLMN
MTOHK nnn spepHon AHK

MyTauus He BbisBneHa

Hecneuundunyeckuii peHoTun,
NpPeAnonoXuTeNbHO
MUTOXOHAPUaNbHOK NPUPOAbI

Y

Buoncus ckeneTHoi MblLLLbI

Y Y

Broxmumunyeckuin CseToBast
aHanu3 1 3N1EeKTPOHHas
KOMIMOHEHTOB MUKPOCKOMUS;
ObIXaTesbHON Lienmn rMCTOXUMUS]

Y

Pa3BepHyTbI MONEKynsipHO-
rEHETUYECKN aHanu3
MTOHK nnn apgepHon OHK

(cekBeHMpoBaHue)

Puc. 6. O6LmMiA anroputM AMarHOCTUKN MUTOXOHAPUASbHbLIX 9HLIedanomMmonaTuii.

aMVHOKMCNIOTHOro obmeHa, MM -npu-
3HaKOB CYOKJIMHUYECKOI MUonaTum, ne-
TPUPUKATOB B MOAKOPKOBBLIX FaHMIMSAX
(Becbma yactoe nposieneHne MELAS u
[PYrux BapuaHTOB MWUTOXOHAPUANbHbIX
HuedanomuonaTuii), U3MeEHeHU Ha
9Kl 1 3xoKI n gp. O muTOXOHAPUANL-
HOV NaTonoruy cnepyeT gyMatb Npu Bbl-
SIBNEHUN MYNbTUCUCTEMHOrO, MOANOpP-
raHHOro NopaxeHus (415 aToro Heobxo-
MM COOTBETCTBYIOLLINIA LieNIeHanPaBeH-
HbI MOWCK), @ TaKXKe MaTePUHCKOro T1na
HacnefoBaHus.

2.Y 60bHbIX C YETKUMU PeHOTUNaMI
MELAS, MERRF, atpodweii 3puTenbHbIX
HepBoB Jlebepa v op. MOXET ObITb UCCne-
posaHa MTOHK, BblgeneHHas pPyTUHHLIM
06pa3om 13 KNeTok KpoBU, HA HOCUTESb-
CTBO KOHKPETHbIX M3BECTHbIX MYyTaLUA,
BbI3blBAOLLMX 3TN 3abonesaHus [2, 6].
[pn BbISBAEHMM WCKOMOW MyTaumm B

o
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MMdoumMTax AmarHo3 KOHKPETHON MUTO-
XOHApUanbHOM 60NE3HN MOXET CHMTATb-
€Sl OKOHYaTENbHO NOATBEPXKAEHHBIM.

3. Mockonbky Gonee HageXHbIM UC-
TouHmkom MTOHK npu gaHHbIX 3a60neBa-
HUSIX ABNSIETCS CKENETHAs MblLULA (OTCYT-
CTBUE KJIETOYHbIX JefIEHNI B JAaHHON TKa-
HM crnocobCTBYeT “yaepXaHuto” MUTO-
XOHAPWUIA,  COAEPXALLMX  MYTAHTHYIO
MTAHK), B Cniyqyae OTCyTCTBUSA BbISBNSE-
MbIX MyTauui B numdoumnTax cnepyto-
LM waroM B obcnesfoBaHy 60ALHOMO
SBNSIETCS NPOBefEeHMe BMoncun ckeneT-
HO MbiLLLbI (0BBIYHO YETLIPEXTNIABOW UK
DensTOBUAHOM). TUMMYHBIA NpUMep Mu-
TOXOHAPUANbHOM 3HUedanoMmonaTuu,
npu koTopoit mytaummn MTAHK BbigBASIOT-
Csl 06bIYHO B MbILLLLE, HO HE B TMMbOLU-
Tax kpoBu, — cuHapom KepHca—Celipa.

4, O6pasLpl MblLLEYHbIX BUONTATOB
uenecoobpasHo AennTb Ha TPU YacTh —

0[Ha A4J1 MUKPOCKOMUYECKOro NCCNeao-
BaHWS (FMCTONOrUS, TMCTOXUMNS 1 SNEK-
TPOHHas MUKPOCKONUS), BTOpas ANs 9H-
31MMOIOTMYECKOro Y MMMYHONOrMYECKO-
ro aHanM3a (M3y4yeHue xapakTepucTuk
KOMMOHEHTOB AblXaTeNbHOM Lenun) u
TPETbS — HENOCPEACTBEHHO 415 MOJIEKY-
NFIPHO-TEHEeTMYecKoro aHanusa. lowmck
N3BECTHbIX MyTaUMWi Ha MbILLEYHOM Ma-
Tepuane no3BosiseT B 60JbLUMHCTBE CIy-
yaeB ycnewHo ocyulecTensate AHK-ana-
rHocTuky 6onesHu. Mpu oTCyTCTBUM U3-
BECTHbIX MyTauuin MTAHK B MbIeyHOw
TKaHW CNeaylowmM 3Tanom sBAseTcs
pPas3BePHYTHIN MONEKYNSPHO-TFEHeTUYeC-
KW aHanM3 — CEKBEHUPOBAHME BCEN Lie-
nm MTOHK (unn kaHoupaTHbIX reHOB
anepHon [HK) ¢ uenbto BbIABNEHNUS HO-
BOrO BapviaHTa MyTaumm.

5. AnbTepHaTUBHON BO3MOXHOCTbLIO
MOJIEKYNSIPHOM  AMArHOCTUKMA  MOXET
cTaTb NAEHTUPUKALMS KOHKPETHOrO 61o-
XUMUYEeCKoro aedekta B TOM WUIN MHOM
3BeHe [bIXaTeNbHOW Lenv MUTOXOHAPWIN.
HakoHel, fJaxe npy HEBO3MOXHOCTU
NoeHTUGUKaLMM NEPBUYHOIO MONEKY-
nSpHOro aedekta NOATBEPXAEHNEM MU-
TOXOHAPWANbHON Npupoasl 601e3HM MO-
XET CUMTATLCS BbISIBNIEHNE BbIPAXEHHOIO
deHoMeHa “pBaHbIX KPACHbIX BOSIOKOH”
mbo peduumta LMTOXPOM-0KCUAA3b
NPy MUCTOXMMUYECKOM UCCEA0BAHNN.

KoppekTHast 1 4yeTkasi AMarHOCTUKa
MUTOXOHAPUANbHBIX  3HUedanonaTui
MOXeT crnocobCTBOBaTb CBOEBPEMEHHO-
My HA3HAYEHWIO aEKBATHOrO JIEYEHNSI.
OnbIT NokasbiBaeT, 4To Hanbonee Gnaro-
NPUSTHBIE PE3ynbTaThl JIe4EHNs (B TOM
yucne M3MEHeHWe xapakTepa TeydeHus
3aboneBaHus 1 NpeaoTBpaLLeHe MeTa-
60oNMYECKNX KPU3OB) CBA3aHbI C aKTUB-
HbIM BMELLATENbCTBOM Bpaya Ha PaHHUX
aTanax 6onesHun. B nocnegHue rogsl BO3-
MOXHOCTUN JIEYEHNST MUTOXOHAPUANBHBIX
aHUedanoMmonaTuii HeyKIOHHO pacLun-
psatotea [3, 6, 8]. JaHHas npobnema Ha-
XOOMTCS 3a Npeaenamm HacTosILLen cTa-
Tb 1 3aCNYXXMBAET OTAENLHOMO aHaNM3a.
YKaxeMm nulib KPaTko, Y4TO Npu pasimy-
HblX opMax [aHHbIX 3aboneBaHuin Mo
noKa3aHUsM MCMOAb3YIOTCS npenapaThl,
MOBbILLAILLME aKTVBHOCTb AbIXaTeNbHOM
uenn (NepeHoCYMKM SNEKTPOHOB), pas-
HOoOGpa3Hble KOhaKTOPbl SH3UMHbIX pe-
aKUMiA 3HepreTnyeckoro obMeHa, aHTu-



OKCWO@HTbI, CPEACTBA, CHIXa-
IOLLIME YPOBEHb JlakTaT-aumnao3a
n op. B npaktuky Bxomoat Bcé
HOBbIE NpenapaTsl KOMOVMHUPO-
BAHHOrO OENCTBUS, Takue, Ha-
npumep, kak naebeHoH (Ho-
6eH) — yNnyyleHHbIA CTPYKTYp-
HbIl aHanor koaH3uma Q,,
6naronpusaTHO BAMSIOWNIA Ha
aKTVBHOCTb [bIXaTeNIbHOro ny-
™ 1 obnajatoLmnii BblpaxeH-
HbIM @HTVOKCUAAHTHBIM, aHTU-
anonTOTUYECKMM N HENPOTPO-
dwuyecknm pevicteuem [7, 9].
OyeBMAHO, 4TO paclnpeHue
TepaneBTMYECKOro apceHana
npyv MUTOXOHAPWanbHbIX 60-
NE3HSIX OUKTYET HACTOsTENb-
HYl0O HeobxoAUMOCTb TOro,
4yTOGbl MpPaKTUYECKME BPauM
pasnuyHbIX CheuuanbHOCTEN
(HeBponorun, ncuxmaTpsbl, ne-
[maTpbl, reHeTUKN, remaTono-
r n ap.) 6611 XOPOLLIO 3HaKO-
Mbl C @NITOPUTMOM [MArHOCTU-
Kn 9TUx 3aboneBaHuii.
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