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Llenn u 3apgayumn nekymum:

e NMNO3HAKOMUTb C OTKJTIOHEHNAMU OT
MEHAENEBCKNX NMPUHUUMOB HACNTEAO0BAHUWA,

e CO3aTb NpeacraBneHne o Hanbonee
N3YYeHHbIX TUNaxX HETPAAULIMOHHOIO
HacneaoBaHUs (FEHOMHbIM UMMPUHTUHT,
OIHOPOANTENbCKAs ANCOMUS, SCMNEHCUS
TPUHYKNEOTUAHbIX NMOBTOPOB).



HeTpaanuMoHHOE HacneaoBaHME

ABneHna, npoTuBopeyallme
MeHaeNneBCKUM NpuHUMNnam
HacneaoBaHUsA, N3BECTHDI

AAaBHO.



HeTpaauuMoOHHOE HacneaoBaHMe

[1pexxae Bcero, ato
HacnegoBaHMe NPU3HAKOB,
ornpeaensieMbiX reHamu,
PACMOJIOXXEHHbIMU B MOJIOBbIX
XPOMOCOMaX, U HesiiepHbIMU
reHamu (y yenoBeka 3To
Monekynbl AHK MuTOoxoHapun).



HeTpaaMUMoHHOE HacieaoBaHue

HeaaepHoe HacneaoBaHue
OMNMUCann Ha 3ape reHeTUKn
K. KoppeHc (1908 roa)

n 2. bayap (1909 ron).



HeTpaauuMoHHOE HacneaoBaHMe

MWTOXOHA PN U3 CnepMbl OTLA Ype3BblYaUHO
PEAKO NonaaatoT B AULIEKNETKY.



HeTpaanuMoHHOE HacneaoBaHME

MutoxoHapuanbHbii reHom (M-xpomocoma)

DEAF 1555 G LHON 15257 A

MELAS 3243 G LHONY;A:BAI‘ o
éPEM 32714 LDYT 1445014

ADPD 3397 G

LHON 3460 A

ADPD 4336 C

LHON 11778 A~

NARP 8993 G
MERRF 8344 G

ATPase 8

ADPD - BonesHb Anburenmepa/6onesHs MNapknHcoHa
DEAF - HenpoceHcopHas noteps cnyxa
LHON - HacnepncteeHHas HeunpoodTansmonatus Jlebepa
LDYT - LHON. n gncrtoHus
MELAS - MutoxoHgpuwanbHas muonartus, aHuedanonatus,
' MONOYHOKWUCABIV aumnaos3 1 NpUCTynbl Cyaopor

MERRF - MunoknoHanbHas anunencus B CO4eTaHum

C HEeOObIYHO KPACHbLIMU MbILLEYHbIMW BONOKHAMU
NARP - HeWponatusa, atakcusi U NUrMEHTHbIN PETUHUT
PEM - JleTanbHas nporpeccupyouias aHuedanomuonatms

MaTpOK/IMHHOE
HacneaoBaHue,
CBSI3@aHHOE C
reHOMOM
MUTOXOHAPUMN,
obHapy>XeHo Takxe
ONS CaxapHOro
anabeta II TMna



OcobeHHOCTU HacneaoBaHUS
MT-HK:

MT-[AHK nepenaetca UCKNoUYUTENbLHO MO
MaTEPUHCKON JIMHUU, T.€. MAaTPOKIIMHHO;

OTCYTCTBYET KOMOMHATUBHAs U3MeHY NBOCTDb,

MT-JHK He nmMeeT MHTPOHOB (MO3TOMY CKOPOCTb
MyTupoBaHus B 10 pa3 Bhbllle);

BHYTPU O,El,HOVI KNETKU MOIyT COCYLLECTBOBATb
oaHoOBpeMEHHO HOpPMaJibHblE N MYTAHTHbIE MT-
AHK.



HeTpaauuMOHHOE HacneaoBaHMe

o CoBpeMeHHOM
MeanuMHe U3BEeCTHO
okosio 50
MUTOXOHAPUA/bHbIX
6onesHen. B mnx
KIIMHUKE BCTPEeYaeTCq
CaMad pa3/inyHag
naTonorunsa, Ho
OOMUHUPYIOT
Nnopa)KeHus
LEHTpasibHON HEPBHOWN
CUCTEMbI U MbILLIEYHON
TKAHMW.




HeTpaanUuMOHHOE HacneaoBaHMe

e Cpeau
MUTOXOHAPUASbHbIX
bonesHen nyudlue

| BCEro u3y4yeH
) | cuHapoM Jlebepa.
3abonesaHue
_ -y NposIBNSIETCS
g ObICTPbIM pa3BUTUEM
“ aTPOMUN 3pUTENbHbIX
Q‘ E HEpBOB, KOTOpas
- BeJeT K cnenorte.



HeTpaanuMoHHOE HacneaoBaHME

OTHOCUTENIbHO HeAaBHO CTasIn U3BECTHbI
HOBbIE 3(DMEKTDI.

- FTEHOMHbIN UMIPUHTUHT,
- OAHOpOANTENbCKasaA ANCOMUA,

- HOBbIW K1acC AMHAMUYECKNX MyTaLIUW,
06yCnoOBNEHHbIX 3KCNAHCMEN YMCNa

TPUHYK/1IEOTUAHbIX MOBTOPOB.




HeTpaanuMoHHOE HacneaoBaHME

CywHocTb 'V 3aknto4vaeTcs B TOM.
YTO XPOMOCOMbI KakKMM-TO 0bpa3om
MapKupytoTcs (MM UMMPUHTUPYIOTCS)
nepes CMsSHUEM raMeT B
COOTBETCTBME CO CBOUM
POAUTENBCKUM MPOUCXOXIEHUEM.



HeTpaanuMoHHOE HacneaoBaHME

B pesynbtate [y
NOTOMCTBA MyTaLuM,
YHac/egoBaHHbIE OT MaTepu
UM OT OTLa,
(PEHOTUMNYECKU
NPOSIBMASAIOTCSH NO-Pa3HOMY



HeTpaanuMoHHOE HacneaoBaHME

2P dEKT UMMNPUHTUHIA ObIN
YCTAHOBNEH AOCTAaTO4YHO
onpeaeneHHo ans YeTbipex
XPOMOCOM YenoBeKa:

/, 11,14 n 15



HeTpaanuMoHHOE HacneaoBaHME

Y rmHoreHeTu4yeckmux aMoprnoHoB

(2n' + 1nC"), pocTUrwnx HanbonbLUuero
pPa3BUTUSA, B Tesie aMOpuoHa Habnaanuco
He3Ha4YnTeNbHblE aHOMANMNKN, OAHAKO UX
NNaLeHTbl U XeNToYHble MeLLKX bbinn
CWU/IbHO HeI0Pa3BUTbIMM.



HeTpaanuMoHHOE HacneaoBaHME

Y aHaporeHeTnyecknx sMbpm1oHOB

(In" + 2n '), HAO6OPOT, XKENTOYHbIE
MELLIKM 1 NAaueHTbl 6b1n NoYTH
HOpManbHbIMK, @ TeNa MENKUMN K
cnabopas3BuUTbIMU



HeTpaanuMoHHOE HacneaoBaHME

OaHopoauTenbCcKkas ANCOMUS eCTb
HacneaoBaHne obenx Konun Lienou
XPOMOCOMbI UIN ee YacTu OT OAHOro
poantens (Npu OTCYyTCTBUU
COOTBETCTBYIOLLEro reHeTU4ecKkoro
MaTepuana oT Apyroro poautens).



HeTpaanuMoHHOE HacneaoBaHME

CywectBytoT 2 Tuna OP/A:

a) U304MCOMUSA, BO3HUKAIOLLAA NMpu
HepacxoXaeHnmn XpoMocom Bo II geneHun
Meno3a, npuyeM obe XpoMoCOMb|
ABMSAOTCS KOMUSAMU N UMEIOT OAMHAKOBbIE
nocneaoBaTesibHOCTU HYKNEeOTUAOB;

6) retepoamMcoMmnsl, HepacxoxxaeHue
XpOMOCOM B 1 MEMOTUYECKOM AENEHUU, C
HEMAEHTUYHbIMM FTOMOSIOraMMu,



HeTpaanuMoHHOE HacneaoBaHME

Ha nonynaunMoHHOM YpOBHE
yacTtoTta OP/1 nocTtaTOYHO BbICOKA
- nopsaaka 1 Ha 3000 3uror.



HeTpaanuMoHHOE HacneaoBaHME

[1py onpeaeneHnn PEeHOTUMNNYECKUX
nocneacrsnn OP/1 Hy>KHO NpUHUMATbL BO
BHUMaHue cneayrone MOMEHThI:

o MpOsiB/IEHNE ayTOCOMHO-PEeL,eCCMBHOIO
3abon1eBaHus n3-3a nepexoaa
DELIECCMBHbIX TEHOB B FOMO3UIOTHOE
COCTOSIHME MpU U3041MCOMUN;

e (PEHOMEH NMIMPUHTUHTI Q.




HeTpaanuMOHHOE HacneaoBaHMe

Bosie3HM C 3KCnaHcuen
TPUHYKNEOTUAHbIX MOBTOPOB — HOBbLIV
KJ1aCC HacneacTBeHHbIX bonesHen, B
OCHOBE Pa3BUTUSA KOTOPbIX NEXUT €ANHbIU
MeXaHW3M — BO3pacTaHue (3KcnaHcus)
YMCNa KOMUN TPUHYKNEOTUAHbIX MOBTOPOB
B NocneaoBaTeNbHbIX MOKOSEHUAX
DOJOC/IOBHOM.



Ob6Lme XxapaKkTepUCTUKKM 3TOro Knacca bonesHen
cnepyoume:

e [eHeTnyeckas aHTMLUMNALMA ONMUCAHAa
NS peBMaTOMAHOro apTpuTa,
Hecrneundnyeckoro S3BeHHOro KonuTa,
HempoaereHepaTUBHbIX 3aboneBaHum.

e ECTb NpsiMas koppenaumns Mexay Ymciiom
MOBTOPOB U TSXKECTbIO KIIMHNYECKOU
KapTWHbI.




HeTpaanuMOHHOE HacneaoBaHMe

[lepBoe 3aboneBaHne, Npu UCcegoBaHNN
koToporo B 1991 r, 66121 OTKPbLIT (PeHOMeH
SKCMaHcun — cmHapoM MapTuHa-benna.
Cpeau N1y, ¢ YMCTBEHHOW OTCTasI0OCTbHO OH
BcTpeyaeTca ¢ 10 % 4yacToTon, a cpeau
MHAMBWAOB MY>XCKOM YacTtu nonynsaumm 1 :
4 000.




HeTpaanuMOHHOE HacneaoBaHMe

Y 340p0BbIX /ML YMC/IO NOBTOPOB
konebnetcs ot 7 no 60. MNpw
BO3pacTaHun nx ymcna ot 60 go 200
OTMeYaeTCcs COCTOAHME npemMyTaLni.
[1pn yncne NoBTOPOB CBbie 200 —
3aboneBaHue.



HeTpaanuMOHHOE HacneaoBaHME

[IpMoHHbIE B0Ne3HU — coBpeMeHHoe
Ha3BaHWe HeObbIYHOM rPyMMbl
bone3sHen, Bo3byauTENb KOTOPbIX
nmeeT 6e5IKOBYIO NMpupoay.



HeTpaanuMoHHOE HacneaoBaHME

B 1982 r. C.[1lpycuHep Ha3Ban
MHMEKLMOHHOE Ha4vano «protein
only» - «TONbKO 6enoK» K
npeanoxun HaseaHue PRION oT
PROteinaceous INFections particle» c
NepecTaHOBKOU B CIOBE «pPro-in» -
«benkoBbIM MHPEKLMOHHBIN areHT».



HeTpaanuMoHHOE HacneaoBaHME

[1PMOHLI YenioBeKa NepeHOoCAT
3ab01eBaHNS HEPBHOW CUCTEMbI,
M3BECTHblE KaK Kypy (cMeloLlascs
cMepTb), 6one3Hb Kponudenbaa-

lkoba, 6onesHb 'epLTOHHa-
LLITpoccnepa-LLUenHkepa n ap



HeTpaanumoHHoe HacneaoBaHue

B HayanbHOU CTaanu
6one3Hb Kypy
NPOSIBNSIETCS

FOTOBOKPY>XEHUEM U
YCTaNnocCTbio. [1oTOM
nobasnsieTcs
rosloBHast 60sb,
CyQoporu 1, B KOHLE
KOHLIOB, TUMNYHaA
OPOXb.

(T BV )l)S |__‘::|_:||_\ asS cowl S ) Lo wlod GO
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HeTpaanLUuMOHHOE HacneaoBaHMe

B TeueHune
HECKOJTbKMX
MecsiLieB TKaHWU
FO/IOBHOIO MO3ra
AErpaanpyioT,
npeBpallasch B
rybuaTyto Maccy.




HeTpaaMumMoHHOe HacneaoBaHue

[1pUOHBbI ABNAIOTCSH
BO36yauTENSIMU
6one3Hu oBel,
N3BECTHOW KaK

cKpanu (noyecyxa), a
TaK)Xe CXOAHbIX

3ab0neBaHMn y KO3,

OJIEHEN, MbILLEN,
XOMSIKOB 1 Ap.

MJIEKOMUTAOLLNX.




HeTpaauuMOHHOE HacneaoBaHMe
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Tak BbIrNSAaT U306pa)keHnst NPUOHOB



HeTpaaMUMoHHOE HacieaoBaHue

[lpoHHas dpopma benkos

OT/INYAETCHA HE TOMbKO NOBbILLEHHOW
YCTOMUYMBOCTbIO K MPOTEON3Y, HO U
XapaKTepoM MPOCTPaHCTBEHHOW YK1aAKU
NonMNENTUAHON LiEenn, B YaCTHOCTU, B
MPUOHAX MeHbLLE a-CripanbHbIX
YYaCTKOB.



ConocraBsieHMe npeacraB/ieHUM 0 HacneaCcTBeHHON U3MEHYNBOCTH
B KJIAaCCMYECKOWN U COBPEMEHHOWN reHeTuKe

Knaccnyeckas reHetuka | CoBpeMeHHas reHeTukKa

1. Bce BHOBb 1 . MyTauuum nub
BO3HMKaloLLne YacTb

M3MEHEHUS — CYTb  |HACNeACTBEHHbIX
MyTaLWKU, KOTOpble  |[M3MEHEHWUWU, KOTOpbIE
CBS13aHbI C MOryT 6bITb BbI3BaHb
M3MEHEHWEM /I0OKyCa |U3MEHEHUEM He

B XpOMOCOMe /Inb0  |CTPYKTYpbl reHa, a
4ynucna XpoMoCoM. ero COCTOSIHUS.




ConocraBsieHne npeacraB/ieHUM O HacleACTBEHHOM U3MEHUYMBOCTH
B KJITACCUUECKOMN U COBPEMEHHOMW reHeTUuKe

Knaccnyeckas reHetuka | CoBpeMeHHas reHeTukKa

2. MyTauuu 2. TpaHcno3nuum
BO3HMKAIOT B MOOUNbHbIX
MNOTOMCTBE 3/1eMEeHTOB U

OTAENMbHbIX 0COben C |Bbl3bIBAEMbIE MU
Ma’sion YaCToTOU U N3MEHEHUS MOTYT
CNlydanHbIM 06pa3oM. [bbiTb MAaCCOBbLIMY,
YNOPAAOYEHHBLIMU




ConocraBsieHne npeacraB/ieHUM O HacleACTBEHHOM U3MEHUYMBOCTH

B KJ1IaCCM4YECKON U COBPEMEHHOMN reHeTUuKe

Knaccnueckasi reHeTuka

CoBpeMeHHasa reHeTukKa

3. CkopocCTb
MYTaLMOHHOIO
npovecca
OTHOCUTESIBHO
NOCTOSIHHA, MeH
CTabuneH, ycTonums;
HEeCTabunbHOCTb ECTb
poa «bonesHn reHa»

3. B npupoae
pErynspHo
NPOUCXOAAT BCrbILLKU
HECTabubHbIX
MyTaLMW, CBSI3aHHbIE
C aKTUBaUMEN
MOOUNbHbIX
3/1EMEHTOB.




ConocraBnieHne npeacras/ieHUM 0 HacneaCcTBEHHOU U3SMEHUMBOCTH
B KJ1IaCCMYECKON U COBPEMEHHOMWN reHeTUukKe

Knaccnmueckas reHetuka | CoBpeMeHHasi reHeTUKa
4. lNepepava 4. CyLlecTByIOT
HacneaCcTBEHHOU BHYTPU- U
MHOpMaLmn MEXBWUAO0BOW MOTOKU
BO3MOXXHa NNLLb B reHeTNYECKNX
pPaMKax MosioBoro 3/IEMEHTOB MNpU
Pa3MHOXEHMUS. y4yacTum BUPYCOB U
pa3HbIX MI 3.




ConocraBsieHne npeacraB/ieHUM O HacleACTBEHHOM U3MEHUYMBOCTH

B KJ1IaCCM4YECKON U COBPEMEHHOMN reHeTUuKe

Knaccnueckasi reHeTuka

CoBpeMeHHasa reHeTukKa

5. Oba nona B
PaBHOW Mepe
YYacCTBYIOT B
nepenade CBOMX
HacneaCTBEHHbIX
CBOWCTB.

5. CTeneHb
AKTUBHOCTM FEHOB U
XPOMOCOM MOXET
3aBUCETb OT NMona, a
KOTOPOM OHWU
nobbiBanu B
npeaLlecTBYOLWEM
NOKONEHUMW.




CcbINKu:

buonorusa. B 2 kH. lNoa pen. B.H. ApbirvHa.

http://www.chromolab.ru/mitohondrialnye-
bolezni.html

http://ilive.com.ua/health/mitokhondrialnye
-bolezni_4397i943.html

http://dommedika.com/146.html
http://www.ssmu.ru/bull/04/3/2398.pdf



