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’AprymeHTbl»
BbinonHun:
ecHokoB MELL.




U3yyumb
amuornamoz2eHem
u4YecKue OCHO8bI
«MUMoXxoHdApuasb

Hbix 60s1e3Hell»

lMpoaHanu3suposamb
ocobeHHOCMU
Pa3MHOXXeHUs U
JXu3HedesimesibHOC-

mu MUmMoxoHOpuU.

lpednoxumb

Hoeble MemooOhbl
npedckKka3aHusi
unu
duacHoOCMuKu cmaHoeumb,
KakoU-nu6o noyemy
MumoxoHopuasb mpyoHO
HoU 60J1e3HU. duacHocmupo
eamb u
npeodckKkazamb
daHHble

abosiegcaHus



MuTtoxoHOpun




Ha BHYTPEHHEWN membpare
donkcmpoBaHbl PEPMEHTHI,
y4yacTBYOLLMNE B OKUCITUTESTBHOM
doocdopunupoBaHum (KOMMMEKC
LMTOXpPOMOB b, c, a n a3) u
nepeHoce ANeKTPOHOB. JTO
9HepronpeobpasyoLlas
MemMbpaHa, KoTopas
npeBpallaeT XMMUYECKYIO
9HEpPruo OKNCrneHnsa cyocTparos.
B 9HEPruio, HakannMBaemyo 8. |
Buae AT®, kpeaTnHdocdaTa u
PAEOC0M
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Ha Hapy>XHOW membpaHe
cocpenoTOYEHD
doepmeHThI, y4acTByloLLneE
B TPAHCMOPTE N OKUCIIEHNM
XXUPHbLIX KUCNOT.
MuTtoxoHOpUn CNOCOBOHbI K
CaMOBOCMNpPOM3BELEHMNIO.




MuTOXOHAPHK
BHYTPH KNeTKH

Kaxxgas MuToxoHapus -
3HepreTuyeckas ¢abpuka,
KoTopas "uMnopTuyer” caxapa u
XKWUPb, PacLEenfeT ux 1

"skcnopTupyet” 3Hepruio (ATO)

OcHoBHas pyHKUMA
MUTOXOHAPUM - a3pOOHOoe
Guonorn4yeckoe oKUcrneHuve
(TkaHeBOe AbixaHue C
UCcnonb3oBaHUEM KIeTKOU
Kucriopoaa) - cucrema
MCNONb30BaHUA dHeprum
OpraHMYeckunx BewecTB C
noaTtanHbIM eé
BbICBOOOXAEeHMEM B
KneTtke. B npouecce
TKaHeBOro AblXxaHus
npoucxoauT
nocrneaoBaTesibHbIU
nepeHoc MOHOB BoaopoAaa
(NMPOTOHOB) U 3NEeKTPOHOB
yepe3 pasfityHble
coeAuHeHUA (akuenTopbl U
AOHOPbI) Ha KUcrnopoa.

“Nonydabpuxkarst’
XUP3 U Caxapa




| MutoxoHgpuanbHada OJHK
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[Mutations assoc lated with dabetes)
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MuTtoxoHAapuanbHbie 00re3Hu,
00yCcnoBneHHble reHHbIMU
myTaumamm agepHou OHK

«[ledekTbl TpaHCMOPTHbLIX cybcTpaToB

«[ledekTbl epmeHTOB LnKna Kpebca

«[ledpekTbl cybcTpaTtoB yTunusaumm

*HapyLueHne okmcnutenbHoro goocgopunmpoBaHug
*HapywieHuna B abixatenbHon uenm




MumoxoHOpuasibHbie 60s1e3HU, 8 OCHOB8e
KOMOopbIx Jiekam Mymauyuu
MumoxoHopuasnbHou AHK

*TOYKOBbI€ MyTaLUN CTPYKTYPHbIX reHOB

*TouykoBble MyTauun CUHTETUNYEeCKUX reHoB




[leney, NITOXOH] C
peLeccigBHOMY TUNYKE, »
‘MHoxe¥rBeHHble genelnn MI/ITOXOHLI,pI/IaJ'Ib HOW
ayTOCOMHO-OOMMHAHTHOMY TUNY
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BO3HMKHOBEHMe
MUTOXOHAPUASNbHbIX
oone3Hen

U3-3a pa3nunyHoro
pacnpepeneHunsa aedekr-
HbIX MUTOXOHAOPWUN B
pa3HbIX
opraHax Mmyrtauusa y
OLHOro YyesrioBeka MoXxet
NPUBECTMU K
3aboneBaHUIO NeYeHU, ay
Apyroro — K
3aboneBaHuIO MO3ra.
BenuunHa nposiBneHus
aedekTa -60onbLwas nnu
Manasi, MoXeT
CYLLEeCTBEHHO MEHATLCA
WNn HapacTaThb.

SDSCIENCE.com
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B cBfi3n c TeM 4To
MUOTOXOHApPUanbHbIe 60re3Hn B
psage crnyyaeB MOryT ObITb
o0ycnoBreHbl NOBpEeXaAeHNeM
AOepHoOro reHoma, nepepgada
3aboneBaHuAa oyaet
COOTBETCTBOBATb MEHAENeBCKUM
3aKOHaM HacnegoBaHUS.
B Tex Xe crniyyasx, korga pa3Butue
GornesHn obycnoBneHo mytaumsamMmm
MutoxoHapuanoHoun AHK,
HacnepgoBaHue obyaeT
COOTBETCTBOBATb
MUTOXOHAPUANbHOMY TUMY, TO €CTb
nepepaBaTbCs MO MaTepPUHCKOMN
JINHUW.
Korga naTtonorusa passuBaeTcs npu
OAHOBpPEMEHHOM NMoBpeXaeHUU
reHoB AAEPHOro u
MUTOXOHAPUANbHOro reHOMOB,
HacnegoBaHue 6yaeT HOCUTb
CJIOXHbIN XapaKTep n
onpeaenAaTbLCA pa3fnIMYHbIMU
cdakTopamm.
B cBsi3n ¢ 3Tm npu
reHeanorn4yeckom aHanuse no
dopmarnbHOMY NMpU3HaKy
(xapakTepy HacnegoBaHuUs nNo
pPOAOCIIOBHOU) MOXHO
KOHCTaTUpOBaTb CaMble pa3Hble
Unbl HacregoBaHUA: ayTOCOMHO-
AOMWHAHTHbIN, ayTOCOMHO-
peuecCcuBHbLIN,
X-cuenrieHHbIN,
MUTOXOHAOPUANbHbIN.



CmpyKkmypa MumoxoHOpuasibHO20 2eHoOMa
u npumMepbl MUMOXOHOPUasIbHbIX
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Dcon K ATPase 6

APDP - 6onesHb Anburenmepa/6onesHb MNapkmHcoHa; DEAF - HempoceHcopHas noTeps cnyxa;
LHON - HacnegcTtBeHHas HenmpoodTanbmusa Jlebepa; LDYT - LHON un anctoHnsa; MELAS -
MUTOXOHAPWanbHasi MMOTOHMA, 3HLedanonaTnsa, MOMOYHOKUCHbIN auMao3 1 NPUCTYMbl CY4OpPOr;
MERREF - MnoknoHanbHasi anunencusa B CoOMeTaHMm ¢ HEOObIYHO KPaCHbIMW MblLLEYHLIMWU BOSTOKHAMWU;

NARP - HenponaTus, atakcus  NIUrMeHTHbIM peTuHUT; PEM — netanbHasa nporpeccupytoLas
3HUedanomuonaTus.



OCHOBHbI€ KNTMHUYeCKUue NposiBrieHus
Mb

HepBHan cucrema
SNUNPUCTYNbI, CNa3Mbl, 33EPXHKKK
PasBUTUA, FNYX0Ta, AEMEHUMNA, WHCYNbT
(yacro ao 40 net), gedeKTbl 3pUTENLHON HEBO3MOXHOCTL ABMIaTh
cucTembl, Hapylwenus banakca, rnazamu (HapyxHas

npobnemel ¢ nepudepuyeckum Hepeamm opTanbMonnerus),
cnenota (MUrMeHTO3HbIN

PETUHWT, ONTUUECKaR
aTpocdus), KaTapakTa

I'nasza
OnyuwieHue Bek (nToz),

Cepaue

KapawomuonaTtus (cnabocrb
cepaeyvHoi Mbiwubl), 60K
NpoBOAUMOCTH

CkenerHblie MbillLbl
MbiweyHasa cnabocrsb,
HenepeHoCMMOCTb
DU3NYECKUX HarpysoK,
MMOI’J’IOGMHYPMH, KpamMnu

lNMeuensb

MeuyeHoyHan
HeAoCTaToYHOCTb (peako
3@ UCKNKUYEHWEeM geTeil C
CHHAPOMOM Aenneuun
MTAHK), X1poeoit

renatos (creatos ﬂnmeBapnTenbuuﬁ
neyeHu
) TPaKT
TpyAHOCTH rAOTAHUSA,
Moukn peOTa, XpOHMYecKan

Avapesi, CHMMTOMbI
WHTECTUHANbHOW

ob6CcTpYKUMMK, OLLYLLIEHKE
nepenoHeHWA Xenyaka

CuHApOM DAHKOHK
(ebixoa Heobxoaumbix meTabonutoe
B MOuy), HedpOTUUECKUIn CUHAPOM
(peako 3a UCKNKYEHWeM MNadeHUeRB

¢ aeduuynToM Ko3H3MMa Q10) Mompxenynounan

menesa
Auabet
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reTeporeHHoe
3aboneBaHue, KoTOopoe
MOXEeT HacrnenoBaTbCa
no T Al
(ayToCOMHO-peLeccuBHO,
X-cuensieHHo £
peueccuBHO (peAakKko) ) un

(pexe).O 3aboneBaHuu

Bnepeblie 6bino N

ynomsiHyTo B 1951 r.

OnucaHo 6onee 120
cry4aeB.
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[Toyemy MMeHHO OonesHb
Nea?

1 -3aHMMAaET 5 MecTo cpeaun
MUTOXOHOPWAanbHbIX ODOe3HEN

0 -MOXET rnepenasaTbCs Kak
ayTOCOMHO- pPeLEeCCMBHO, TakK U
MUTOXOHAPUANbLHO (pexe);

0 -HapywaeTcs 00mbLUIoe KOIMYeCcTBO
KOMMOHEHTOB AblXaTenNbHOW LENW;
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B ocHoBe 3aboneBaHns-

Wsouutpar  a-Kerornyrapar  Manar neduunT epMeHTOB,

\ 26\ /2)1*, 2e”
2+ 2e-00€ecnevmBaloinx obpasosaHme

9Heprum rnaBHbIM obpa3om 3a

Cyxumnar Ht 2¢- .
H* 2,.1 m‘m CHET HapyLLEeHNs obmeHa
MMPOBUNHOIPaAHOWN KNCIOThI U
'Lcy':‘e:"m‘";";“‘ Mhae oo nedekta TpaHcnopTa
2 9NIEKTPOHOB B AblXaTeNbHOM

lil. KoQH2-umuroxpom c-

peakrma [ ATO Lenu.
J,z"' Pa3BuBaetca gedouymt
UMTOXDOM ¢ nMpyBaTAernaporeHasHoro
2e” Komnnekca (a-E1-
<L.lluroxpou c@>-> AT® cybbeauHuLbl),
12‘" nupyBaTkapbokcmnasel,
1,0, komnnekca 1 (HAO-koaH3nm Q-
l""“’ peaykTtasa) u komnrekca 4
Hy0 (uMTOXPOMOKCHMOA3a)

AblXaTenbHOWU Lenu.



apa
PacTarowme HeéBponoruyeckye

CUMNTOMB:
MbilWeyYyHag r’MNoToHug unun
ANCTOHuUS ¢ nepexo.qom B

rMnepronyc
NPUCTYNLI MUOKNOHY |

U unu ton =
KJ'IOHM‘-leCKMe cyao op

poru, Tpemop

KOHe'-lHOCTeﬁ,
xopeoaTeTo3, Paccrporicteo
Koop,quHauuu,

CHUXeHue CYXOXUNbHBIX
Pednekcos

TepeObpanbHas
HeupoaereHepauus
HOCUT NPOrpeccuUpyroLwnmn
XapakTrep.
HapacTtaroT cuMmnToMbI
nuMpamMmaHoum u
3KCTpanupammaHou
HeJOCTaTOYHOCTMH,
HapyLllaeTcs aKT
rmoTaHums.

Hepeako HaGnoaaroT
Takme U3MeHeHus
opraHa 3peHus, Kak
nTo3, opranbmonnerus,
aTpo¢pusa 3puUTenbHbIX
HepBOB, pexe
NUrMeHTHas
AereHepauusi ceT4yaTKu.

Hecneuundunyeckune
HapyLeHUA: 3aaepxKa
NCUXOMOTOPHOIO
pa3BuUTHUA,
CHW)XXeHue anneTuTa,
anu3oAabl PBOTLI,
aecdunumut maccol Tena.
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&MTMHa B KPOBM W BKaHS
'Y -

BCleaCTBUE
ONMOYHOU M
POBWH

U4eHU€E cogepxaHus
Ha B KpoBU. Takxe

MO ObITb NOBbILIEH
ypoB KeTOHOBbLIX Tern. B
Mouye B AT

3chpeumo'
opra CRIOT: /
MOJIOY

YacTo CcH

eC

aeTcs ypo
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Mo AaHHBbLIM MPT o6Hapyxusator
paclumpeHue Xernyao4ykoB Mo3ra,
ABYCTOPOHHEe nopaxeHue Mo3ra,
Kanbundgpunkaumo 6asanbHbIX
raHrnues (XBoCTaToro siapa,
CKOpnynbl, YepPHOM cybCcTaHLMU,
onepHoro wapa). MoxHo Takxe
BbISABUTb aTPOod 1o 60nbLLInX
nosnywapvu 1 BellecTea Moa3ra.




NMpn mopdonornyeckom nccnegoBaHuun
OOHapyXuBalT rpyoblie N”aMeHeHus1 BelwecTBa
MO3ra: CAMMEeTPUYHbIe o4Yarn HeKpo3a,
AeMUermIMHu3auum n rybvyaTtom gereHepauum
MO3ra, npeuMmMyLLecTBeHHO cpeaHnX OTAEenoB,
MOCTa, NOAKOPKOBLIX Y3510B, TarlaMyca,
3puTenibHOro Hepea. F'mcronornyeckas
KapTUHAa BKNOYaeT KUCTO3HOe nepepoxaeHue
MO3roBOM TKaHW, aCTPOUNTAPHbIU IMNO3,
rmbenb HEMPOHOB, yBefiIn4YeHMe Korm4yecTBa
MUTOXOHAPWMN B KrieTKax.

B cKeneTHbIX MblWLax -

HaKonfeHue NMUNUAHbIX
BKITFOYE€HUWN, CHNXKEeHUue
rMMCTOXMMUYECKOUN peaKLmMm Ha
KomMmnnekcobl 1, 4 AbixaTesibHOMN
uenun, cyocapkonemmaribHoOe
CKOMJIeHne MUTOXOHAPUMN,
aHOManbHble MUTOXOHAPUU C
ae3opraHusaumen Kpuct. PeHomeH
RRF yacto He oGHapyxuBaroT




HecmoTpsa Ha MHOroo6pasne coBpeMeHHbIX MeTo40B
ANarHoCTUKU, onpeaeneHne Hann4iusa MUTOXoHAPUanbHbIX
Oone3Hen Ha paHHUX 3Tanax pa3BUTUSA, NpoaomKaeT
oCTaBaTbCHl B TPYAHUTENbHbIM, T.K.:

-KNUHNYEeCcKne CMMNTOMbI bones ABNAOTCH OTHOCUTENBHO
No34HO;

- OTCYTCTBYHOT MeTOoAbl BHYTPUYTPOOHOro €
MUTOXOHAPUaANbHbIX ODONe3Hewn;
- 3TO BrieYeT HeMarble 3KOHOMUYeCKue 3aTpaThbl.



Ho Mbl npeanaraem, 0MeHb AOCTOBEPHbLIN
BapuMaHT AUarHOCTUKN U NOATBEPXKAEHUS
MUTOXOHApWanb
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Kopp,oueHTes - MeToA4 nonyyeHus
KopAaoBOM (MyrnoBUHHOW KPOBUW) nnoaa Ans
AarbHenLWwero nccnegoBaHus.
NMpounssoautcsa He paHee 18 Heaenb rectauuu.
Yepe3 nepeaHO0 OPHOLHYHK CTEHKY
6epemMmeHHOM nocrne UHPUNLTPaALMOHHON
aHecTe3nn nopa KOHTPONEeM ynbTpPa3BYKOBOIO
annaparta npou3BOAAT MPOKOST1 TOHKOMN
NYHKUMOHHOMN UTTION, NonagaroT B cocya
NyrNnOBUHbI, NONy4aroT A0 5 MN. KPOBM.




[1Ba BapuaHTa pa3BuUTUA
COObITUN

1 1-poporocrosLmnmn, HoO JOCTOBEPHbIN-
nccnegoBaHme CTPYKTYPbl XPOMOCOM
coMaTu4eCcKoW KNneTKu, UCnosb3y4

MUP.

1 2-AelleBbl, HO MEHee OOCTOBEPHbIN-
TOHKOCNOMHaga XxpomaTtorpadusa Ha
cenuKkarenumBbliX NrnacTuHax, ang
nogcyeta ageHWNoBbIX HYKNeoTUaoB
B KNeTKe, UMEeIoLLEN MUTOXOHOPUN.




XpomaTorpacbl/lﬂ Ba)XKHEWLLMIA aHaNUTUYECKUN MeToa.

MeTtoa TCX npocT no MeToguke BbINOSIHEHMA U annapaType 1 He TpebyeT ans aHanusa
BbonbLIKMX KONUYECTB BELLECTBA.

PacTtBop obpasua HaHOCAT MUKPOMUMETKON Ha HEBONbLUOM PaAcCTOSAHMUN OT Kpasi
MNACTUHKN Ha CTapTOBYIO JIMHUIO, U KpaWn NNacTUHKU NOrpy»xakT B pacTBOPUTESb,
KOTOPbIN OEUCTBYET Kak NoaBWXHas dpasa XXMOKOCTHOM aacopbLMOHHON
xpomartorpadun. [log gencrtemem KanunnsapHbIX CU pacTBOpUTENb NOAHUMAETCHA BBEPX
MO NSacTUHKE N C pa3HOW CKOPOCTbIO NepeHocUT 3a coOboM KOMMNOHEHTLI CMECHU, YTO
NpUBOAUT K UX MPOCTPAHCTBEHHOMY pasferieHunto. UTtobbl pacTBOpUTESIb HE UCMapSScs C
NOBEPXHOCTN copbeHTa, NNnacTUHKa Ha BpeMSs pa3adesieHnst AOMmKHa bbITb NoMeLleHa B
repMeTu4ecKkn 3aKpbITyrOo Npo3padvHyto Kamepy. Pasgensemble KOMMOHEHTHI Ha
nracTuHKe obpasyloT oTaenbHbIE 30HbI (NATHA). XpoMmaTtorpadupoBaHme npoaormKkaroT

00 Tex nop, rnoka pacTteopuTenb He NPOUAET OT NHUK ctapTa okosio 10 cv Ao Tak
Ha3blBaeMOW NMMHUK ppoHTa. locrne aToro nNacTUHKY BoIHUMAKT U3
Xpomartorpaguyeckon Kamepbl, NOACYLLUNBAIOT HA BO34yxXe U OnpeaenstoT rnosioxeHue

NATEH.
[Mpn nposiBNEHNN NCMOSb3YyeTCA CNOCOOHOCTb aAEHUNOBbLIX HYKEOTUAOB
donyopecuupoBaTtb nog gencrememMm Y®O-nanydeHus. [lanee, nytem CrnekTpodoToMeTpumn
onpenensieM KornM4ecTtso Makpo3pros.




[locne nogcyera Kaxaoro

> Y
MaKpoapra, paccq .“i

CpaBHMBaEM WX C HC
pefrnonaraemM pase
~bonesHn y geten.




HuazHocmuka mum puaanblx
6one3Hel Ha paHHux amanax- eecbma
3ampyOHumesibHa. 3mo cesi3aHo C

A ocobeHHocmsaimMu yHKUUU U

\ JXU3HedesimesibHOCMU MUMOXOHOPUU.

" T OO0HoU u3 6onesHel siennsiemcsi 6osne3Hb Jlesi-

il ' R aymocOMHO-peyeccueHoe

(MumoxoHOpuasnbHoe pexe) 3abosiesaHue, 8

OCHOB8€e KOmopoe2o Jiexxkum deghuyum

¢ghepmeHmoe dbixamesnibHOU uenu. 3mo

eedem K HapyweHUro CuUHmMe3a OCHO8HO20
ucmoyYyHuka aHepauu AT®. luaczHocmuku
daHHoU 60s1e3HU Ha paHHUX amarnax rnokKa He

cywecmeyem, 1o amomy Mbli npeodsiazaem 2

mMemoouku:1-uccneddoesaHue sidepHou HK

Ha HaJslu4yue MUmMoxoHApuasibHOU 60Js1e3HU.

2- onpedesieHUe afeHuUs108bIX HYKieomuooe

C MOMOWbIO MOHKOCJIOUHOU

Xxpomamoezpaghuu- dewesozo u

YHUeepcasibHo20 Memoda ornpeodesieHus:

Ka4yecmeeHHO020 U KOJIU4eCMeeHHO20

cocmaea eeujecme. [JaHHasi MemoOukKa

rnoseosisiem HaMm rnpeonosIoKumbe Haau4yue

J1r060U MumoxoHdApuarsibHolu 6ose3Hu y

demed.
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