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MNJ1AH JIEKUAW

I eHHBIC MyTallUM

MyTanmuu 3aMeHbI a30THCTHIX
OCHOBAHUH

MyTanuu CcaABUra paMKH
CYMTHIBAHU A

MyTanun (pyHKIIHOHAJIBHBIX I'€HOBa
XPOMOCOMHBIC MYTAIlMH
I eHOMHBIC MyTallUM






HacnedcmaeeHHa[, U 2eHoMuUnu4ecKas,
UHAUBUOYanbHaA, HeonpedeneHHAs — N3MEHeHUn
NPU3HAKOB OpraHmn3ama, 0OyCNOBAEHHbIE
M3MEHEHMEM FreHOTUNA;
OHa bbiBaeT:
KoMOUHaGMUBHOU — BO3HUKAIOLWLEN B pe3yabraTe
nepekombmnHaLUMm XpoOMOCOM B npouecce
NOOBOTO PAa3MHOMEHMA U YY4ACTKOB XPOMOCOM
B NPOLLECcce KPOCCMHIOBEpPa;
MymauuoHHOU — BO3HUKAIOWEW B pe3yabraTe
BHE3aNHOIo U3MEHEHMA COCTOAHUA MEHOB;




HeHacnedcmeaeHHAs, AN
PeHOMUNUYECCKAA, —
M3MEHYUNBOCTb, MPUY KOTOPOW
M3MEHEHUM TreHOTUNa He
npoucxoauT. Ee Takxe
Ha3bIBAKT 2pYriosou,
onpedeneHHoU,

MOOUGPUKQUUOHHOU.




KOMBMHATUBHAA
MSMEHYUNBOCTD
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MYTALUW

* [locTOAAHHO BOo3pacTarLias
KOHUeHTpauua MyTareHHbiX dpakTopoB
BO BHeLUHEeW cpene MOXeT NpUMBOAUTDL K
nameHeHuo cTpyKTypbl AHK.

e Takune N3MeHeHuUs reHeTU4YeckKoro
MaTepuana Ha3blBalwOTCA  2eHHbIMU
Mymauusimu. Pe3ynbtaTtbl: 1-nosiBreHune
HOBbIX anneneuv reHoB
(MHO@XecmeeHHbIU anfiesiu3sm).

2-HapyLleHue HopMaribHoro obmeHa

PRPAlllacCTR A CMNM\V/ANIAT NMNAMUULAIA FroOUdUdLIY



[eHOM YyernoBeka

9TO COBOKYMHOCTb HacreacTtBeHHOM MHdopMaunm (reHeTUYECKUN TEKCT),
npencTaBneHHoOU B NocnegoBaTenbHOCTU HYKITeoTUAO0B

monekyn OHK knetkw.

Onvna [HK B opranname OQHOIO yenoseka

B TbiCAYY pa3 npesBbiwaeT pacctosHue ot 3emnu o ConHua

(2 Habopa no 1,5 M B5x10*3 knetok = 10'* m)

100 HOBbIX MyTauUnK (3aMeH «BykB») OTnM4atoT Balwl reHomM OT MaMUHOTO.
2 000 000 «CTapbIX» MyTauuu OTNMYaET NnanuHy nonosuHy Bawiero
reHoma oT MaMmmnHou (MHorue >1 MmnH neT) (1 SNP Ha 1250 n.H, Venter).

B nonosbix kneTtkax 10 000 pa3 borblle «CTapbiX» MyTauun, YEM HOBbIX.
[TogaBngawoLwasa 4YacTb HacnencTBeHHOU nameH4ymsocT HE myTaunoHHas,
a KoMobuHatopHasi. XoTb Mbl M XXanyemMmcsa Ha yxyaLleHne 3Konormm

CraB B3pocnbiM Bbl, Hakonunu >10*> myTtaumin (MUNAMOH MUNNMapAoB) B
KneTtkax Bawero opraHmama (3x109 n.H. B 5x1013 kneTok 10-8 myTauumn Ha M.H.
Ha penn)

ONs BCero YenosevectBa UX onmucaHo <10 MUNIMOHOB SNP.

T.e. 100 000 comaTtunyeckmnx mytaunu npuxogutca Ha KAXKAYHO nosuuyuio
Bawero reHoma korga Bbl Bblpocnu (1015 /2x3x109) B COBOKYMHOCTW BCEX
comartumnyeckux knetok Bawero tena. H.K.AHkosckun, NOl'eH 3.07.2006



MyTauum 3ameHbl OCHOBaHUM.

Pa3nuuyaror ABa Tuna 3aMeHbl
OCHOBaHUMU: mpaH3uyuu n
mpaHceepcuu.

TpaH3uyUuUu — 3TO 3aMeHa NYPUHOBbIX
OCHOBaHMU Ha NYPUHOBbLIE WUNWU

NMUPUMUOUNHOBbIX Ha
NMUPUMUOUNHOBbDIE.

IpaHceepcuu = 3TO  3aMeHa
NYPUHOBbIX OCHOBaHUWU Ha

nMMpumMmnanHoOBbLIE Uin



CXEMA NOABNEHUA TPAH3ULUUU U
TPAHCBEPCUN
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a) transitions b) transversions



30OPOBbE UIIN BOJIE3Hb

Health or Disease?
DNA Sequence

Person 1 AAATTT Normal protein
- =2
- o Some
‘ DNA
variations
have no
Person 2 AATTTT b
effects
Low or

nonfunctioning protein

Person 3 AACTTT (“r,\ Other
'i r variations

lead to

disease (e.g., sickle cell)

or increased susceptibility
to disease (e.g., lung cancer)



TPAHCBEPCHUA

Mutation




WHCEPLNA (BCTABKA)




MYTALUUN ®YHKLUNOHAIJIbHbIX
TEHOB

B Knetkax 4ernoBeKa eCTb CTPYKTYpPHble TeHbl M
perynatopHblie y4acTtku. CurHanbl Havana TpaHCKpunuuwu
HaxoaAaATcA B perynatopHbix ydacTtkax OHK: npomoTope m
onepartope.

B npomoTopax curHanom Hayana TpPpaHCKpUNuuu cnyxart
nocneanoBaTtenbHocTU Hykneotnaos LLAAT u TATA.

LHHAAT = caum ysnasanua nna PHK=-nommmepassl
TATA = caut unuyuayuu mpanckpunyuu

MyTaunn B npoMoTOope NPUBOOUT K TOMY, YTO CTPYKTYPHbIN
reH He nNoBpexaeH, HO ero TpaHCKpuUNuusa HeBO3MOXHa. K
npumepy, usmeHeHuss B TATA y4yacTtke npuBoAAT K TOMY,
YTO TPAHCKPUNUUA MHULUUUPYETCHA Ha APYrMx HyKneotuaax
U C ropasno dornee HU3KOU YaCTOTOM.



MYTALUUUN PYHKUNOHAJIbHbBIX TEHOB

struchural genes
operata/ )
promoter
NO TRANSCRIFTION
CAAT sbhuchural genes
|

operatay

WMOM






XPOMOCOMHbBbIE MYTALIUU

K XpOMOCOMHbLIM MyTaLuam
OTHOCHATCA:

1)U3aMeHeHnsa cmpyKkmypbl
XPOMOCOM (XPOMOCOMHbI€e
abeppayuu);

2)U3MeHeHUsa yucJsia XpoMoCcom
(2eHOMHbIE Mymauyuu).



USMEHEHUWE CTPYKTYPbl XPOMOCOM
(XPOMOCOMHbBbIE ABEPPALIUN)

BHYTPUXPOMOCOMHBGIE:
Neneuus
NMHBepcus
dynnukauua

MeXXXPOMOCOMHbIE:
TpaHcnoKauunu



ABEPPALUU C
OBPA30OBAHM
EM
HETNAPHbIX
®PAIMEHTOB




{}CHOBHbI€ THNbI X OMOCOMHBIX NEepPecTpoek:

1. IYNNUEALNA — Y ABOEHHE CEIMEHTA
2. AENeUMA — YTPaTa CerMeHTa,
3. MHBEPCMA — NEPEBOPOT CETMEHTA,

4. TPAHCNOKALUWA — NEPEHOC CEIMEHTA HA AEWIYI0 XPOMOCOMY
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CXEMA XPOMOCOMHDbIX
MYTALUW

ABCD EI VHBEPCUS IAIB EDC

ABCDE axcnokews ABECD
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Xpomocoma No2 yenoBea 003 0BaHa MM TPAHCOKALMH, MPOH 30N IEN Y HALIMX
MENKDB NOCAE OTBETBNEHI OT CTBOMA BCEX MPMMATOB: Y OpaHra, ropHnnbl 1 Jaxe

WHAMTAH; € (5 MAHNET RACX0#Ietsia) ABe PasHbIX X]DOMOCOMbI COOTBETCTBYIOT XPOMOCOME
2 yenosera. Bee moaH HA Jemne HMEoT ODLIENO MPENKA, V KOTOpPOro NPo; oNa 31a

TPAHCNOKALJA.
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I'eHOMHDBIE I XPOMOCOMHDIE MyTaLiel
B COMATHYECHIX KNeTKaX Yenosera M HIBOTHBIX
YaCTO CBA 5abbl ¢ PA3BHTHEM PaKa

Feunnpokian TRAHCAOKALMKA ¥poMacom
W14 B numdoLuTaX YBNOBEK]
NPUBOAUT K UMD ome BepruTa:

K reHy MMMyHornobuHoe
NPUCORAMHABTCA reH oHkoreHa - YG
MEHARA E10 PEryNALMH.
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WSMEHEHUA YUNCTTA XPOMOCOM
(TEHOMHbIE MYTALIUN)

2n- ANCOMUK (AMNnounaHbIN Habop) 46
XPOMOCOM - 3TO HOPpMaribHbIN KAPUOTUNN
Bcero 46(XX) nnu 46(XY) XxpoMmocom

[eTeponnoungus(aHeynnoungus)

2n-2 — HYNJIUCOMUK BCEro 44 XpoMOCOMbI
2n-1- MOHOCOMMUK BCEro 45 XpomMocom
2n+1- TPUCOMUK BCEro 47 XpoMOCOM
2n+2- TEeTPaAaCOMMUK BCero 48 XpomMoCcom
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[oAaEN A0WEA Y3CTE CAYHAEE CHMHL POMA
NayHa Bbl3EaHa HEPaCXDK] EHWEM NPkl
XPOMOCOm 21
B MEMO3E Y MATEDM
(N0 &HanWay MMKPOCATEN NMTOE)

PEste BCTREYAOTEC A CEMEIHHEE CRYMEM —
THEHCNOKALMA NeHa M3 Xp21 Ha APy o

YPOMOCOMY

YacToTa POKIEHMA AETEN C CHHI POMIM
NayHa Y E2NWMBAETCA C BOFACTOM
MATER

ot 152000 8 20 neT po 1412 6 50 ner.



nonunnonguaA

* /IameHeHne Yyncna XpoMmocowm,
KpaTHOoE rannongHomMmy Habopy.

* Hanpumep: 3n=69 XpOMOCOM —
Tpunnaoua

°* 4n=92 XpOMOCOM — TeTpansfnouna

* 5n=115 XpOMOCOM — neHTannoung

* Y yenoBeka nonuvnmnonama He
COBMECTUMaA C XKU3HbIO



YOABOEHUE YNCITA XPOMOCOM B rEHOME (aBTOnonunnonaus)
BO3HUKAET U3-3A HEPACXOXXOEHUNA XPOMOCOM B MUTO3E UJTA
MEWO3E




MYTAIEHHbIE ®PAKTOPDI

e MyTauum y 4yenoBeka BO3HUKAIOT
NMOCTOAHHO, KaK B npouecce
HOPManbHOU XU3HeOeATesNIbHOCTM,
TaK U BCrneacrteue oTpuuaTteribHOro
BO3OEeNCTBUA pa3HOOOpa3HbIX
cpakTOopOB cpeabl.

e PaKTOpbI, Bbi3biBaloLine reHHble
U XPOMOCOMHbIe MyTaLun
Ha3bIBakTCA MyTareHammu.



Lung cancer



JIET'KOE KYPUJIbLLIKA




YacToTa MyTaumm NMHEWUHO pacTeT

C YBeNM4YeHUEM 403bl paguoakTuBHoro obnyvyeHmns

«beszonacHoW» go3bl o6ny4YeHUa HeT (HeT nopora)
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1000 2000 3000 4000 5000 6000
ﬂosa’ pan ME JloGawen. MNeweruxa. S, 1967 orp. 3958







ZANOr PACOBOA YUCTOTRI FPAAYWMX NOKONEHUA



