HykJienHOBBbIEe KUCJIO0THI. Peruinkanus.
Myranuu. Mexanusmsbl penapanuu J1HK.




,@ PuboHykneosungbl

NH> AOEHO3UH
N N [YyaHO3UH
@ HumuduH
U YpuduHr
N N°

OH OH

AOeHO3UH - 5' - MoOHogocgham
(AM®, aOeHunoeas Kucmioma)

/@ [lesokcupuboHyKkneosnabl

NH, He30KcuaoeHo3UH
Lle3okcuayaHo3uH
Le3okcuyumuouH
TuMUOUH

[e3okcuuyumuouH - 5' -
- MOHogbocgham (OLIMQ®)
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,@ O6meH u hbyHKUUM

nupUMUOUH

NH
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NH,
N
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,@ MepBuyHan cTtpykrypa AHK, PHK
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,@ Cxema pacnonoxeHusli kKomnsemMeHTapHbiX Uenen AHK







Bropuunas crpykrypa /IHK (B-dopma)

>




CTpyKTypa HYKIleocoM

JIMHKEepPHBbIN
yvyacTok HK

cocmasesigiom 50po HyKIeocoMbl, 80Kpy2 Komopoao
AHK obpasyrom npumepHo 1,75 eumka

Bocemb Mmonekyn eucmoHoe (H2A, H2B, H3, H4), W

METABURG




MCTOHOBLIN OKTamep: ABa H2A, XpomaTuH (4acTb)
ABa H2B, apa H3, pga H4

\ rucron H1  TMHKkepHaa AHK

6-8 HyKneocom
Ha BUTOK

[11&»

Isuu

Hyxneocoma

[eonnan cnupansy AHK /
BoKpyr Genkoe okramepa

NuHkepHan OHK




MuroxonapuaabHas JJHK

KoHTponeHas obnacre
mnun d-neTns

125 pPHK LlnToxpom b

i 1 / CybregnHuU bl
NADH-pernaporeHassl

16S pPHK

. 22 TPHK-kogupyrwownx reHa L

{ c
.ILS B 13 ofnacTtei, koaupylowmnx Genkn
Cy6renanHnLb!
NADH-aernaporeHassi y
2 & Cy6‘benVlHVlU.bl
,\lADH-nermnporeHam,
. CyBbennHnLbl
L ‘ LW TOXPOMOKCHN O a3 bl
Cy6benmnHMLbI Cbeenm-mu.bl

LW TOXPOMOKCHN A 33kl AT®-cMHTas3sbl



CTPYKTYPA TPHK

AKLEeNTOPHbIU A 3wouey
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A-nmeTJs TYC-
Fur " U e T /w
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CtpoeHue pubocom npokapuoT

U 3yKapuor

MpoxapnoTi

Pubocoma Q 208

/' V)
/ .
-

-
CybreauHuun 508 € P 308

o DO
N e 238
BETHS + 34 benxa
pPHK R 108
+ 21 Benox
JyKkapuoThl
Pubocoma ”
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/
-

Cybneamwinyn O 60S 0 40S

s 58 I
58S s ‘
pPHK 7 ./ "~ 285

+ 50 HGernkos

pPHK ~ " 18S
+ 33 6enxa
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M-PHK

DyKapuoThl — MOHOLIMCTpOHHAss M-PHK

5° CAP YIA 3
AAAAAA

‘ YAT ’

HMCTPOH

[IpokapuoTsl — nonuuucTpoHHasa M-PHK



M-PHK

Ponve CAP: 1. 3ammura OT I€HCTBUS SK30HYKIIEA3
2. y4acTHEe B MHULIMAIIUN TPAHCIISIIUN

(y3HaBaHHE MaJIOl CyObEeOUHHUIEI PUOOCOMBEI)

Ponv nonuA: 1. 3ammra OT A€MCTBUS SK30HYKJIEa3
2. nepexon M-PHK u3 sgapa B npromiaazmy
3. OTBEYAET 3a KOJIMYECTBO KOITHiT OeJIKa C
nanHou M-PHK



,@ Hauano PernJinkauunmn. HanpaBneHMe ABUXEeHUA
BUJ1KU perJyinkauuun.

Ori

Ori = origin ("Ha4yano")

- Unidirectional

- bidirectional

W

METABURG




OHK-tononsomepaszal n [1HK




/@ Cxema BUNKU pennukaumm
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Pemimmkanusa

Xeaukasa

SSB-0ekn

JAHK- mosimmepa3sbi:

0. — CHHTE3UPYET MpanMep

B — BeIpE3aeT nparvMep M y4acTBYET B penapaluu

¢ — cuHTe3 parMeHToB OKazaku (MoJiMMepa3Has
AKTHBHOCTB) U KOPPEKTUPYIOIIAs AKTUBHOCTD

0 — CHHTE3 JIMAUPYIOWIEH 1IenH (TToIrMepa3Hasi akTUBHOCTD )
M KOPPEKTHUPYIOIIasi aKTUHBHOCTH

Y - B MUTOXOHJPHUSIX






MeruaupoBanue JHK

S-aoenozun memuonun

1 hopMHUpOBaHUS XpOMOCOM
J{1 perynsiiuu TpaHCKPUIILAU
BuoBas cneniupuaHOCTh



Hnzubumopwnt peniukauuu

* S-gropypanmn
* O6-MEpPKAITOIYPUH

/@ UHriMOuTOopLI pennukauum - aHanoru cyocrparoB

1. AZT - asmaoTuMUAauH (Zidovudine)
P-0-CH,

0 &

N3

2. Uuto3uH apadbuHosug (ara C, Cytorabine)
HO —CH,
0. C
HO

OH
maedia
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NHruouTopsl pemukanuu. MHTeprajasaTopsbl.

0 0
'c' -
H H
H, | Hy |
ﬁtcs—clzu ﬁ:cs—c':u
CH3 |N—CH3 CH3 'IQ_CHB
5 c=0 0=C
OH : éle é’Hz
\CHa HC-N N—CH,
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2
HCO CH \~CH
CH, C=0 0=C CH
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C 3Hl‘|4 HN CH,
c=0 o-él:
JIOKCUPAOULIMH ——?H-&IH HC— cH—
CH, NH NH CH
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| AN NH,
0 0
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AxTMHOMMUKH D



['eHOM — COBOKYITHOCTB HACJIEICTBEHHOW UH(POPMAIINU, KOTOpas
OIPEAECIAECT XapaKTep OHTONEHETUUYECKOTO Pa3BUTHS OpraHu3Ma U
repeaaqyy npru3HaKkoB B Py HOKOJIECHUM.

3 MIIpA. Tap HYKJIEOTUIOB

20-25 ThICSY CTPYKTYPHBIX T'€HOB

CrpykrypHbI€ TeHbl KonupyroT oenku, T-PHK u p-PHK

I'eHeTH4eCKNN KO/ — TPUIIIETHBIN, BEIPOXKICHHBIN,

YHUBEPCAIbHbIN, JINHEUHBIN



XuMuuyeckure GpaxkTopbl MyTaluu

NH. O
ﬁ“ x
LNTO3N ypauu
H In

NH- O

¢ 1 )-'</ J

aneHm FMNOKCaHTH
H H

i

JlesaMUMHHpYOIHE ATEHTHI

r'yaHWuH # KCAHTHH



XuMuuyeckune GpaxkTopbl MyTaluu

AJIKWINPYIOLIHE ATCHTHI
LR G 6-O-MeTnnryanvuH

AHAJIOIM a30TUCTBIX OCHOBAHUH
O

N Nﬁo ¢ I\)\

H
5-Opomypanui -aMI/IHOHypI/IH



XuMuuyeckre GpaxkTopbl MyTalluu

NHTeprajupyronme areHTbl

00®
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OCH3IUPEH

aKpHUJIUH



DepMeHTHI penapanumn

1. Onoonykneaza M 5Kk30HyKIea3a — BbIPE3AIOT HYKJICOTHU]I,
J[HK-nonumepaza p v JIHK-1ueaza

2. [HK-uncepmasza noctpauBaet All-caliT (amypHuHOBBIHI
CaiT) a30TUCTHIM OCHOBAaHUEM

3. JIHK-N-enuxosunasa — popmupyet All-caut

All-sn0onykneaza n All-sx30nykneasa - Beipe3aroT All-
HYKJIEOTHU T

JHK-nonumepazap u /IHK-nueaza

4. @omonuazvl — pa3pylmalOT TAMUHOBBIE TUMEPHI

(medekT pepMeHTa — MUTMEHTHAs KCEpoaepMa)



Touyeunbie MyTanmumn

e TpaHzuuuu

A @) I 1| =) T

 Tpancsep3uu

A—T T > A

X 2K

r 2 . | A




TouyeuHnbie MyTanuu

Muccenc (3aMeHa aMHUHOKHCIIOTHI)
npuemiemas (AAA)

qacTU4YHO ImpuemiieMas (AAA)
HenpuemiieMas (AAA)

HoHceHc (BO3HHMKAET CTOI-KOA0H)



Tunebl myTauuu
mpe nu3 cep npo cep

ALlY| AAlM| Ary | 4UuA| yua

ToYyeYyHble Mymayuu:

1. SameuweHue:
ALY — Al'Y TphaH3uyuu

Tpe —»cep TphaHcsep3uu

2. IHeepcuA.
ALY — AYLU

Tpe —> unemn
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Tunebl myTauuu

mpe 7u3 cep [po cep

ALLY

AAT

AlY

LA

YLIA

AAx

r

3. lHmepkanauusa (uHcepuusi):

ALY

AA*

FAr

yuy

AYL

mpe

?

ARK

L4

-

any cep unei

4. [eneuus (ssinadeHue):

ALY

AAA

ryu

LIA...

mpe J7u3 eall

cuc

Mymauuu co cdsuz2om PaMKu cHumbieaHUs1

Missense
Nonsense
Silent
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