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Gene transcription start site

» Broad binding regions = Short and tandem repeats
» Regulatary forests and deserts « Transcriptionally active regions (TARs) « Punctate binding regions
» Segmental duplications « Transposable elements = MicroRNA
= Structural variants » Pseudogenes
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b22 B2 CtpyKkTypHas opraHu3anus reioMa 9yKapuoT. Kimaccupukaimsa DOBTOPSAIOIIUXCS
3JIEMEHTOB r'eHOMa.

Bb23 B2 MobOunbHEIE 37IeMEeHTH TeHoMa. Knaccudukaimsa u 61oIorudeckas pPoJlb.

B15 B2 Knaccudpukalius reHHbIX MyTaluii. Ponb MOOUIBHBIX TEHETUYECKUX 3JIEMEHTOB B
BO3HUKHOBEHUU F'€HHBIX MyTallUi ¥ XPOMOCOMHEIX ITIEPECTPOEK.

b22 B3 ['eHOMHEBIE IIPOEKTH. MeToguKa MUKPOSPPEEB.
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e T'emom - cyMmMmapHasi [THK rammongHOro HaOopa XpoMOCOM H
KazKa0oro U3 BHEXPOMOCOMHBIX reHeTHYEeCKHUX 3JIEMEHTOB,
comgepzXamiasicCi B OTIEJILHOH KJIETKe IIPOKAaPHOTHYECKOIr0 MU
OJTHOKJIETOYHOTO 3YKAapPHOTHYECKOIr0 OpPraHM3Ma HJIH B OTIEJILHOH
KJIETKe 3apoabINIeBOH JTHHHUH MHOTOKJIETOYHOTO0 3YKAaPHOTHYECKOI O
oOpraHu3Ma

B HOpMe y 4ennoBeKa B COMaTU4YECKUX KJIETKaxX B OUIIJIOUAHOM Habope 46
XpomMocoM: 44 ayTOCOMHBIE XPOMOCOMEI U 2 HOJIOBHIE. (X-XxpoMocoMa U Y-
XpOMOCOMa - IIOJIOBBIE, MYZKCKOM II0JI - ITapa XY, )KeHCKUU 1o - mapa XX). 'erHoMm
YyeJioBeKa COEePKUT NPUOIM3UTENTbHO 3 MUJIIMapaa II.H., 110 pa3HbIM OIleHKaM:
20000-25000 renos.

Toneko g 1.5% Bcero maTepuasia yoaaoCh BEISICHUTH QyHKIMIO. B ot 1,5%
BXOOSAT TeHbl, Kogupytoiue 6enku, PHK rexsr (BO3M0KHO IICEBOOTEHHI),

PEryinsaTOPHEIE ITIOCIIEAOBATEJIbLHOCTHU U MHTPOHEI.
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[eHOM 3YKapUOT = spgepHas AHK + mutoxoHapuanbHas OHK +
AOHK xnoponnacrtoB + AHK aopyrnx nnacrug

HeKoTopble

npocTenme

MNPOCTENLLINE + KUBOTHbIE

N+ rpu6bl + pacterns __—~
\ paCTEHVM

xpomocoMHasa JHK Hocutenn BHexpomocomHoun AHK
e

L S

BHYTPUKJIETOUYHbIE Napa3uTbl 3YKapuoT Takxke SBSTCS
HOCUTENSIMN BHEXPOMOCOMHOM reHETUYECKOM MHOopMauum

W UWolbachia — 6akTepusa-napasvT, NopaxatoLas penpoayKTUBHbIE OpraHbl
HaCeKOMbIX. 3TOT Mapa3uT Bbi3blBaeT PeMMHM3aUmMIO0 NOTOMCTBa (BCE
NMOTOMCTBO - CaMKM) U MOXET MHULMMPOBATb NapTeHoreHes. Mepenaetcs

BEPTUKAJIbHO — OT MNMpPEAKa K NOTOMKaM.
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[eHOM 3YyKapuoT

+ mutoxoHapuanbHaa AHK + HK

xnopormsiactoB + AHK aopyrux nnacrvg
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Pasmep sagepHoro reHoma
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[eHOM 2YKapMUOT = spepHas OHK +
xnoponnacrtoB + [1HK aopyrux nnacrua

Rickettsia
reHOM
1000 kbp - 834 reHa

mTOHK (mtDNA)

O

Arabidopsis
367 kbp - 117 reHoB

Marchantia
187 kbp - 72 reHa

Gibberella zeae
96 kbp - 50 reHoB

Ostreococcus tauri
44 kbp - 43 reHa

Schizosaccharomyces pombe
20 kbp - 10 reHoB

Homo sapiens
17 kbp - 13 rexHos

Plasmodium
6 kbp - 2 reHa

NCBI Organelle Genome Resources
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[eHOM 3YKapMOT — spepHas AHK + mutoxoHapmanbHasa AHK +

KonuuyecTBo reHoB

Porphyra| 201

Guillardia| 141

Odontella| 125

Cyanidium [ 181 E—
Euglena |55

Chioretia[7s

Nephroselmis | 92

Mesostigma| 100

Marshantia| 87 -

Pinus |7
Oryza| 80 -
Zea| 81 -

Arabidopsis | 8

|

Saccone and Pesole, 2003

Lotus| 8
*Cyanophora [ 136 s

100 200

Paamep xnoponnacTtHoro reHoma (kbp)

ﬂ
Timmis et al., 2004 (Nature Review Genetics)

* caMblii NPUMUTUBHBIN (POTOCUHTE3UPYIOLWMIA
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I'eHOM 3YKapHOT - AAePHbIA T'€HOM

CocTas:

*KOOUPYIOIINE ITOCIeI0BaTEIbHOCTH,
*3HAUUTEJIbHASA PpaKIusa PEryIsSTOPHLIX ITOCJIEdOBAaTEIbHOCTEH,

*IIOBTOPEHHBIE MTOCJIEAO0BATEIbHOCTH,

*IIOCJIEMOBATEIbHOCTH, KOTOPLIE, KAK CUYMTAIOT, OTBEYAIOT 3a CTPYKTYPHYIO IIeJIOCTHOCTh
XPOMOCOM.

. . - -
/ g, Structural mformation ,ﬁh ;'.F*ﬁ
Regulatory
— elements
——— Gene coding
- — sequences

Chromosome
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Koagupyromniue mocjieaoBaTeIbHOCTH

Exon 1 Exon 3

a | Exom 4
Promoter | | Intron 1 | niron 2 | Intron 3

11”'; ISR B B .__|11IT'|I."\.

Gene (OMA)
Transcription
Primary ranscipl (RMA) v
i
§ $ptn:.1ng
1':\.;:"'-
Maiure transcript (mRNA) Es i—
Protein synthesis
Protein PR D

CTpykTypa U QYHKIIMOHNPOBaHNE 3YKAaPUOTUYECKOT 0 reHa

JIeknusi 1 "[loBTOpsIOIIHECs 3JIEMEHTHI B TeHOMaX 3yKapuoT"



Koagupyroiiue nmocjiegoBarejIbHOCTH

Coding DNA

® Land-plant nu

® Animal nu

@ Unicellular nu

@ Prokaryote

@ Eukaryotic DNA virus
@ Bacteriophage

104F

105 L
10° 102 10' 10° 10' 102 10® 10%
Genome size (Megabases)

CooTHoOIIIeHNEe KOOUPYIOUINX I10CJIef0BaTeIbHOCTEN U pa3MepOB 'eHOMOB
PA3JIMYHBIX OPTaHU3MOB
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PBI"YJIHTOPHLIB IHoCJI1IeioBaTeC/JIbHOCTH

MHoOrme perynsiTopHble y4acTKM 3YKapMoT COAep>XaT MHOXECTBO CAaTOB CBA3blBaHMUS
(paKTOpOB TPAHCKPUMLMN N NMEIKDT OYEHb CNOXHYH OpraHu3aumio.

mPGES-1 Promoter

5 - A S T g

clEBPu PR clEBPR GC box GC box

COX-2 Promoter i
5 = -w— a3

NFxB Sp1 AP-2 NF«B c/EBP c/EBP TATA box

OpraHusaums perynsiTopHbIX Yy4acTKOB: NpoMoTop ¢ CG 60KCOM U
npoMoTop ¢ TATA 60KCOM.

Regulatory region of exon 1 )
Negative regulatory element Promoter Enhancer of ntron 2

-36TA 02 -898 #1 #1200 +345 +521 +61 +1064

"af.f I %t |
" regulatory |
o1
———____|HNF4
r HNF3| [COUPT7 TC/ERR =
T T T T T T : T T T 1T ‘; T T T T 1 T T T T [ T T T T r
125 00 SO +1
: ) COuP B
AGGCOCGGEGEA GGOGOOCTTT GRACCTTTTG CAATCCTGEE GETCT
50 B0 T £0 -54)
HMF-4 CIEBP

CnoxxHasi opraHM3aumnsa perynsTopHbIX YY4aCcTKOB: SHXaHCepbl U cailieHcepsl.
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PeryiasiTopHbIe I1ocCjiegoBaTe/ IbHOCTH

HekoTopble perynsaTopHbl€ YY4aCcTKM 3yKapnoT BECbMa KOHCEPBATUBHbI.

AN OCTCATATARATTARICTD
O OCTCACATAANTTANICTE

CACATAMATTAROCTNTEAT TCATAAGRT TTATCOATT!
GCTCACATARAT TARGC TG T CAT T CATAREAT TTATEOATTCEEAT TTGCATATTOCATACAATTCATCAATT,
s - TTCATARIATT T CEATACAATTCATCARATTAST CAACSTATOALL
ATATTCCATACAATTCATCARTTACT CARCTATCAAACC AGIRCATTT

J :

5

j.

|
| = h =

H

b

d
AL TRy

t:l;':‘:-. — _‘-H_‘_E‘-‘“\_\_‘ |
":E_f‘f e f | i = : | \ | .
Cara (bl

BaprabenbHOCTb OAHOI0 U3 3HXACEPOB, PErYINPYHOLUX SKCMPECCUIO FTEHOB Pa3BUTUS NMO3BOHOYHbIX.
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HOBTOpeHHBIe I10CJIeJ0BaTC/IBHOCTH

3HauUTENbHYO PpaKkUMIO 3YKapuOTUYECKMX F’EHOMOB 3aHMMalOT NOBTOPEHHbIE
nocnenoBaTelbHOCTHU.

I | Intercalary tandem I Dispersed tandem repeats
repeats
(TGl i Dispersed retroelements
tandem repeat b
I Telomeric and sub- Single and low-copy sequences
Telomeric repeats Including genes

PacnpeaeneHune pasinyHbIX NOBTOPOB B XPOMOCOME.
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TaHAeMbl — caTeNnJinTbl

CaTtennunTbl — MHOFOKpaTHO NMOBTOPEHHbIE KOPOTKKME nocneposatenbHocTn HK.

S T S TR Y S R | W, (G v N
S, S S S, S -, S S5 S S S S S
150

Catennutbl Drosophila melanogaster.

TaHAeMHble NOBTOpPbI C ANIMHOM Nepuoaa oT 2 TaHAeMHble NOBTOpPbI C A/IMHOW Nnepuoaa
A0 — 6 Ha3blBalOT MUKpOCaTeNJInThbI oT 6 gOo — 100 Ha3bIBalOT
MMUHMUCATEIJINTDI

..[(tatttatttatttatttatttattta

ggcagggggcagggg
:;tta;:;tatttatttatttatttatttatt A R G
...ccaccatcaccaccaccaccatcac cagggggc...
catcaccaccaccatcaccatcactac taat taat
caccaccaccaccaccaccatcacta --gggaaggtgatggggaaggatga
cca... gggaaggatgatggggaaggatgat

ggtaaggatgatggagaaggatgat

CaTennnTbl He BCTPEYaoTCA Y NMPOKapuoT, OJHAKO OYEHb LUMPOKO pacnpoCTPaHEHbI Y
3yKapwuoT. MaTTepH n Habop caTeN/IMTOB MOXET CUIbHO BapbUpPOBaTh Aaxe npwu
CpaBHEHUWN MHAMBUAYYMOB OAHOIO BUAA.
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TaHOeMblI - CaTe/I/INThI

LI

M Anopheles
M Apis

Hl Bom byx

M Drosophila

Tribalium

Num ber of microsatellites per MB genome

KonnyectBo MMKpOCATENNIUTOB PasfiIMuHOM AJSUHbI
BapbUpYyeT AN pa3HblX OPraHn3MosB.

upto 30 31w 50 51 to 100 100 10 200 200 1o 300 maore 300

Length of microsatellite (bp)

Chromosomal distribution of microsatellites: Anopheles gambiae

o0 PacnpeneneHne MukpocaTennmToB (KpacCHbIN
LBeT), NpeAcKa3aHHbIX reHOB (3e/1eHblr LBEeT) n
NOBTOPEHHbIX NOCNeA0BaTeIbHOCTEN
i (MOBMNBHBIX 3/1IEMEHTOB U NEeceBAOreHOB —

YepHbIN LBET).
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TaHHeMBI = MHKPOCATEeJVIMNTHasA UHSMEHYHBOCTbH

MukpocaTteninTbl UCNOJb3YIOTCA B Ka4eCcTBe MapKepoB A/19 NonyndauMoHHOro aHanumsa, a
TaK>Xe B KPUMNHAJIUCTUKE U YCTAaHOBJ1IEHUN OTLLOBCTBA (FeHETMLIECKaFI FeHeaﬂOFMFl).

Y Haplogroups

of the World
o
WS FP
N SECY

AL Australian IB |berz MW Morwegian M
Aborigines IC  lceland PE Persian {lran)
AL Altaians I Irian Jaya PG Papua Mew Guinea
AWM Amerinds Highlands Highlands
AP Apache (M-D}) I Indo-Buropean PH Philippines
BF Burkina Faso IT  Ikaly PY Pyamy D A D B D 'C' D D D EXEBbD ESDD F
B Borneo JP o Japan RU Russia
BU Buryats KG  Kyrgyzstan 54 Saami D G . H D | D J . K D L D il
CH  Cameroon KT Kazan Tatar SC Scotland
CW Chippeway (N-D) KY Koryaks SL Selkups By Ho Orp Oc BR[O Rr1aM R[] Other
CY Cheysnne KZ  Kazakhstan SF  South Africa
DR D'E'f'id =L M~ Mideast Arabs SN Sudan The data in this map is supposed to represent the situation before the recent Eurcpean expansion
ES  Eskimos MC Morococo SU  Sumatra beginning about 1500 AD. In some cases such 85 some Mative American tribes and the Maori this
ET Ethicpia Mi Maoni TB Tibet can be done reliably because STR typing was done. In other cases, especially in Americs, it is
EV Ewvenks - ML Mali TU  Turkish guesswaork. The “Other” sectors in America indicate this. Native American groups are labeled by
FF French Polynesia MO MD"'QD'_E UG Uygurs language group a5 Amerind, Na-Dene (N-0), and Eskimo. F, ¥, L, and P are in some cases
GE Georgiz-Armenia MY Malaysia UL Uzbsk *eatchall” groups because some researchers did not use enough markers for a full haplotype
GM Germany MB  Mew Britain WS Western Samoa determination.
HA  Han Chinese NE Menets YA Yakuts

Copyright & 2005 ). 0. McDonald  htkp: s, scs, uiuc, eduj~modonald worldHaplogroupsiaps, pdf

PacnpOCTpaHeHme pPa3/INYHbIX ranjioTuroB Y XPOMOCOMBI
Ha ocHoBe STR (Short tandem repeat) aHa/1n3a. JIeknusi 1 "IIoBTOpsIIOIIUECS 3JIEMEHTHI B re HOMaX 3yKapuoTt"



TaHgeMsbl - KJIaCTepPhbl I'€HOB

Y 3yKapuoT reHbl, KOHTPOSINPYOLIME NOoCneaoBaTe/lbHble BUOXMMUYECKME peaKLMN UIN Aaxe

OAHY N TY XK€ peaKUuUIO PpacCroJsiIoXXKEHbI B pa3/IN4HbIX Y4aCTKaX reHoMa. B Toxe BpEMA, N3BECTHbI

NpMMepbl KNacTEPHOM OpraHu3aunm reHoB. Hanpumep, reHbl, KoAUpYyHOLWME pa3INYHbIE
remorsiobuHbl Yenoseka.

Spacer DNA is noncoding DNA between gene
family members.

. S T,

[F-Globin | || o s
gene cluster 8 I . /Eﬁl
Pseudogenes

a-Globin

e | =)
gene cluster | | EE m i

Pl apad al al

\ /]

Pseudogenes are family members that do
not code for functional mMRNAs or proteins.

'y |

Knactepbl rnobMHOBbLIX reHOB B XpoMocoMax 11 1 16 yenoseka
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TaHngeMsbl - KJIaCTepPhbl '€HOB

CaMblil U3BECTHbIN U aKTUBHO U3y4YaeMbl KacTep reHoB — Hox knactep unm knacrep Hox-
reHOB, OTBeYalLWmMx 3a AnddepeHLMPOBKY OCHOBHbIX YacTei Tena y ABYXCTOPOHHE
CUMMETPUYHBIX XXUBOTHbIX

Drosophia o~ {EEHE8H{EEmHEH I} A

Antennapedia complex bithorax complex

Mouse Hoxa, chromosome 6

> o] 55 a1 a1 F——] a1
Howb, chromosome 11
b6 = b7 = b8 = b9 —

Hoxe, chromosome 15

c8 b= co H c10~ cl i} 12 c13~

Hoxd, chromosome 2

~{ ot p——r] a3 }{lca] | de = d9 H 10 a1 d12 di3~

Hox-knacrtep nio40BOM MYLLKKM U Mbiln. CUnTaeTcs, 4to amddepeHumMpoBKka 4YacTen Tena npoxoanT
B TOM Xe nopsiake, B KOTOPOM pacnoJjiaratTcs reHbl B Hox knacrepe.



TaHgeMblI - KJIdCTepPhbIl IT'€HOB

Knactepbl reHOB BO3HMKAIOT B pe3y/sibTaTte AynaMKauni NCXOAHbIX FEHOB U NOCNeayoLWnxX
MYTaLUMOHHbIX NPOLLECCOB, BKIOYAs pEKOMOUMHALMN — KaK FTOMOJIOTMYHbIE, TaK U
HErOMONOrnYHbIE. B npouecce 3BoNoLMM KnacTepbl reHOB Npeobpa3yoTcs B CEMECTBA MEHOB.

ProboHox chesior
— — —
- -l i, It
Segmenit tndem
dupbcaton ol Hox -l clusior
Cts / \
 mm e e — e D e .
i = + =7 =] ] [
Prirve Par x clushir + Mecu Coupled Hos-Bke i F hstar + Cv
Couplad Hoot-Eee chuster Droakaogs
—__[CF) e N _E i ey Ty L N NSNS
— (== | = — == -
Prir araHox chiste Primorcka i pbet WDy 4 ey il H:
Gah Cita I 2 i ! 14
- [ e e | L P e e p—
- -] o’ il el S S B g B g SR g g g
ParaHox ¢ far | variahal Extondiod Hi i jin of ¥
el tior brate duy
Marmmaks & Mammakan cusiers
_ —_ | — — — — — — — —_—
ook A — = s e
b —_— . _n_.___. ________ = - Fen B
araton B rns — — el el Rl el sl s o
— . — — p— — —
aHox - g g TN ey [ g F g S B O i
= e — — e ——
Hox - - e — - ¢

Mpepnonaraemas 3sonwUMsA Hox-knacrtepa

JIeknusi 1 "[loBTOpsIOIIHECs 3JIEMEHTHI B TeHOMaxX 3yKapuoT"



TaHngeMsbl - KJIaCTepPhbIl I'€HOB

Melwe (M.m.)
A.‘I?J#SE?BQJDTITEIS EviH

Aposocuna (D.m.)
1 233" 3 4 586"6

ny4enepbie pbibbi

7 Hox-knactepoe
MHOIO NOTEPAHHLIX
reHOB W YKOPOYEeHHb
KnacTepos

7 8 913
— ave (EviHx)
.-.-.—‘—

Kpyrnbiid yepes (C.e.)

5 1
s D naHuetHuk  (B.1.)
#
—_—f 1 234567 891011121314 E,-”Hx
= o=

MopCKoW ex (S.p.)

10/13
4 5 8 7 8BYI0 <IN 1, EwHx

KMWeYHONONOCTHLIE (N V}

1 ,2 3 4 5 @8 914 EvwHx " EvH
[ - A A ¢ X
&= --E}F‘g_.r-\_ﬁ‘_# - o -—
EIErLLIHH npefokK onarepaneHo- 28 28 2/8
=

CUMMETPUYHBIX KUBOTHbIX,? 28 ?

2/8 R
__h.__ 1
_.|::|.,_

Obuwasn cxema 3BOMIOLNN XXUBOTHbIX N UX HOX-reHOB.
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IIceBOorensnl

[MceBAoOreHbl — NocsiefoBaTeIbHOCTU, CXO4HbIE C 06bIYHbIMU CTPYKTYPHbIMU T€EHAMWN, HO

4
Kak NpaBuW/o, He 3KCnpeccupyrLmecs ¢ obpaszoBaHneM pyHKLMOHANbHO aKTUBHbIX
noaMNenTUAOB.

Spacer DNA is noncoding DNA between gene
family members.

/TN

o
[#-Globin T |
gene cluster . - -

ﬁ
T

Pseudogenes

a-Globin
gene cluster

l'iabbE.I = [
11 | [ [
pol  pal ol o]

\ /

[P.\juudugn:nuﬁ are family members that do J

<l

not code for functional mRNAs or proteins.

[MceBaoreHbl B COCTaBe Knacrepa rNobMHOBbLIX rEHOB
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IIceBOorensnl

OAVH N3 OCHOBHbIX MexaHM3MoB 0bpa3oBaHMs NCeEBAONreHOB — MHTErpaumst B reHOM Konumn
AHK, komnnieMeHTapHbIxX 3penon monekyne MPHK, Bo3HMKaloWmMX B pe3ynbTaTte ee
obpaTHOM TpaHCKpUnuuu, T.e. obpasoBaHue NPoLEeCCUPOBAHHbIX NCEBAOMEHOB. Takxe
ncesaoreHbl MOryT o6pa3oBbiBaTbCA BCAeACTBME AYMIMKALMA rEHOB C MOCNeayoLwen
WHaKTMBaLUMEN KONUN MyTaunUaMn.,

Duplication and mutation

Duplicated pseudopene

Promoter Exon  Intren |

|
Gene Procesaed pseudopens
Transcription
i Reverse transcription
I I é -
l I I
mRNA

[Ba nyTM BOSHMKHOBEHNA NMCEBAONEHOB.
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b23 B2 MoOuWJIbHBIC 3JIEMEeHThI

MobunbHblie aneMeHTbl — nocneaoBaTenbHoCcTU JHK, cnocobHble MEHATL CBOKO JIOKaNM3auuto B
reHoMme. BbiaenstoT ABa o6LWMPHbIX Kfiacca MOBUbHbBIX 3/1EMEHTOB Ha OCHOBE pa3fInynin
MeXaHU3MOB NepeMeLleHNs U CTPYKTYPHOM opraHmn3auun,

PeTpoTpaHCNO30Hbl — MOOWU/IbHbIE 3/IEMEHTbI, NCMOJb3YIoLWMe npouecc obpaTtHoOM
TPAHCKPUMLUUN.

AHK-TpaHCcNO30HbI — MO6U/IbHbIE 3/1€MEHTHI, NepeMewarowmecsa B smage AHK konuu ¢
MCNOMb30BAHUEM HECKOJIbKUX OT/IMYHbIX APYr OT Apyra MexaHU3MOoB.

Classes of interspersad repeaat in the human genome

Length Copy Fraction of

number gename
LINEs Autonomous L L Y 6-8kb 850,000 21%
SINEs Mon-autonomous ﬁ-ﬁ—.ﬂ.ﬁ.ﬁ. T100=-300 bp 1,500,000 13%

Retravinus-like Autonomous - ] pol yer) e 5-11kb
eements } 450,000

B%
Mon-autonomous -—rﬂL- 1.5-3 kb
DMA Autonomous p——mponme 23 kb
ransposon 300,000 394
fossils
Mon-autonomous — 4 80-3,000 bp

B reHoMe yenoBeka npeacrasfieHbl NON-LTR peTpoTpaHCNo30Hbl, LTR peTpoTpaHCNO30HbI,
3HAOreHHble petpoBupychl, AHK TpaHcno3oHbl. B obuwern cnoxHoctn okono 45% reHoma.
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MoOMILHBIE 3/IEMEHThI - PeTpOoTpPaHCIO30HBI

Cpelu peTpoTPaHCMNO30HOB BbIAENAT TPU MoaKiacca:

ORF1 ORF2 e (GATTCTRT)n

CR1 ——ZF_APE | | RT

-LTR peTpoTpPaHCrNO30HbI

ORF1 (gag) RNase H

Metavirus — —= Ty RT C w1 — -

ORF2 (pol)

- 1 SINE (short interspersed elements) afieMeHTbl

SINE snemeHTbI
A box

== AAA

B box

MpeacraBuTenn passiMYHbIX NOAKNACCOB PETPOTPAHCMNO30HOB OT/IMYAIOTCSA HE TONIbKO
CTPYKTYPHOW OpraHu3aumemn, Ho 1 MEXaHM3MOM MepeMELLEHNS.
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MoOuIbHBIE 3JIEMEHTBI - PeTpOoTPaHCIO30HBI - non-LTR
PETPOTPAHCIO30HBI (PETPOIIO30HbI)

non-LTR peTpoTpacno3oHb!

Zn-fingers

— 11

ORH

SINE anemeHTbI
A box

—

B box

A-box
TSD
S

B-box
TSD

tRNA-related region tRNA-unrelated region LINE-derived region

pol-like PolyA
ORF2 /TSD
-
3' UTR

3ameyaHue #1:

SINE snemeHmebl, 3a4acmyio, A674210MCA 8UOO- UAU
poOo-crieyuhuyHbIMU, 3MO HABENO HA MbIC/b 06
obpazosaHuu SINE anemeHmos de novo. O0HaKo,
MexXaHuU3M 3mo2o npouyecca 00 Cux rnop Heu3eecme-.

Non-LTR peTpoTpaHCNO30HbI UMEIOT OAHY NN

[ABe OTKPbITbIX paMKM cunTbiBaHUA (ORF) — o6s3aTenbHO
NPUCYTCTBME NOCNEA0BATE/IbHOCTU, KogMpYoLLeln
obpaTHyto TpaHcKpunTasy. Ha 3’ KoHUe anemeHTa
pacnonaraetca polyA nocnegosatenibHOCTb. ECTb
AOMNONHUTENBbHO Koanpyemble depmeHTaTUBHbIE AOMEHbI —
3HAOHYKNea3bl M puboHyKkneasa H.

SINE a1emeHTbl He HecyT NOCc/ieA0BaTe/IbHOCTEN, KOAUPYHOLLLNX
Kakoi-n1Mbo 6en0K, 04HaKo, B UX CTPYKTYPE MOXKHO BblAENUTb
cneaytowme Yyactu: pol Il npomoTop — Yalle BCero noxox Ha
tRNA pol Il npomoTop; KOpoBas UM LLEHTPa/IbHAsA YacTb;
polyA nocnenoBatenbHOCTb HA 3’ KOHLE, KOTOpas UMmeeT
BbICOKYIO romoJioruto ¢ 3’ polyA nocnenoBatesibHOCTAMM
non-LTR peTpoTpaHCnoO30HbI U3 TOFO e reHoma.

3ameyaHune #2:

Bce sbiwiecka3aHHOE OMHOCUMCA K MOAHOPA3MEPHbIM KOMUAM

non-LTR pempompaHcrno30Ho8, 00HAKO, 60abWUHCMBO Konuli 8 2eHOMe,
yauwje sce20, HapyuweHbl U Mo2ym He UMemb MHO2U€e U3 NepevucieHHbIX
XApaKmMepucmux.
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MoOHuIbHBIE 3JIEMEHTHBI - PeTpoTPpaHCIIO30HBI - non-LTR
PeTPOTPAHCIIO30HBbI

M- KDHE-'LI. C-KaHEeL,

A0OMEH IHOOHYKAeaSkE

AHK-CcEAZEIEaRWHA AOHEH OHK-CEASEIBAIWHE LOMEH

l “‘"’,)'F:K Kan:uan::l:;\"‘-

KoHbOopMaLKa KoHbopHawHa

nepenf cyBrearHHLE ETOPOA CyBBEarHHLEI
l\j CuHTte3 kHK HaumnHaeTcsa ToNbKO

NepeLld paspels
nocne obpasoBaHus paspbisa AHK B

. MecTe BCTpanBaHMsA HOBOW Konun — 3’
PRPATHEA TRAREERMNLAA KOHeL, reHoMHou OHK mncnonb3yetcsa B
KauecTBe 3aTpaBKu A9 Hayana

CUHTe3a nepson uenun kAHK.

‘(\BT“”“ pazpei& Bce npouecchbl cMHTE3a HOBOW KOMUMK
3 ﬁ{ﬁ_‘ non-LTR peTpoTpaHCNO30HOB
OCYLLECTBNAKTCA B a4pe - B MecTe
ZL-::% BCTPOMKM ByayLLENn KONUU S1EMEHTA.

T4 5

CHHTES BTOROR LEMNH
ELERETE]
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MoOuIbHBIE 3JIEMEHTHBI - PeTpoTpaHCIIO30HBI - LTR
PeTPOTPAHCIIO30HBbI

—Hp| I
5'LTR Zn-fingers RT

O enoBaTe/IbHOCTU, B BVH s b BHYTPEHHWnV

npomoTop (5’ LTR), a Tak»Ke cUrHan nonnMageHunm-

ORF1 ORF2 posaHua (3’ LTR).
PRO INT RNH
) KonnyectBo OTKPbITbIX PAMOK CYUTbIBAHMUA MOXKET
S'LTR Zn-finger RT 3'LTR BApbMpOBaTb OT O4HOW A0 TpeX, NpuYem, nepsas
— n3 Hux kogupyet AHK-cBa3biBatoWwmii 6enokK, BTopan —

HeobxoguMble ANA PETPOTPAHCNO3NUMN GEePMEHTI,
TpeTbs - TaK Ha3blBaeMbli 6enok 060n04kK (envelope),
B pe3ynbTaTe, LTR peTpoTpaHCno30H MoXKeT 061a4aTb

3ameyaHue #1:
Konuyecmeom pamok, pazHoobpasue cmpykmypbl

LTR pempompaHCrno30H08 HE 02paHU4u8aemcs.
Mo cmpykmype emopoli pamKu, Komopasa Kooupyem

NHPEKLMOHHOM CNOCOBHOCTLIO, KaK PETPOBUPYCHI.
M3BECTHbI CIy4an HaMUYMA JONOAHUTENBHBIX PAMOK
/MM aHTUCEHC-PaMOK, KoANPYOWUNX GepPMEHTbI,
KOTOpble He HeobXoaMMbl AR PETPOTPAHCNO3ULUN.

6onbWUHCMBO hepmeHmMo8, Heobxo0UMbIX 014
pempompaHcrnosuyuu, LTR pempompaHcrno3oHsl
moz2ym 6bimb YemKo pa3desneHbl Ha HECKO/bKO 2pynn.

3amevaHue #3:
Kak u e cny4yae ¢ non-LTR pempompaHcrno3oHamu,

60nbwasn yacme Konul LTR pempompaHcno3oHos 8
2eHome Moxem 6bimb HapyweHa.

3ameyaHune #2:
OO0Ha u3 epynn LTR pempompaHcrio30Hos,

KOK cyumaemcs Ha ce200HAWHUL OeHb,
0010 Ha4as10 pemposupycam, K KOmopbsim
OMmHocsaMcs, Hanpumep,

supyc ummyHooOeguyuma yesnoseka (HIV).

06 amom 6ydem pacckazaHo darnee...
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MoOuIbHBIE 3JIEMEHTHBI - PeTpoTpaHCIIO30HBI - LTR

ANA i ;rt:h

PeTPOTPAHCIO30HbI

i 3 (+) RNA

(17 MHMLMEUMA cHHTEZE (-] uend kOHR
5
o

() ynaneHwe PHK & rubpuge PHE-OHK

3

| gb MCMOJb3YIOT MEXAHN3M CUHTE3a
¢ . i HOBOW KOMWUU CXOLHbIN C

: i e e e i i Y
FfizpaAneieot enn At 3 - ; 06pa3oBaHNEM HOBbIX KOMWIA
I} 5}3 KAHK peTpoBupycCoB.
L]
(41 cuHTes (-] uenwn OHK 3
- o P, PRl G [ e e
5] yoaneHwe PHE, i
38 HCKNHMEHMEM KOPOTKOMD Y4ACTKE =
o
L « ——
i5) cuHTez 3' konya () uenw OHK a-—j
E e - N . -
71 yoaneHue octatkoe PHE-matpuye &
YRS TR PR | T e R ] © B kauecTse 3aTpaBku LTR
t+rona s BT R 05 JPes] ¢ pPeTpOTPaHCMNO30HbI ncnonb3ytoT TPHK.
\L Bce npouecchbl cMHTE3a HOBOW KOMUK
i3] eTopoi nepeHoc yenw JHK 3 5 LTR peTpoTpaHCno30Ha
P L T O OCYLLECTBNIATCA B UMTOM/1Ia3MeE, a K
(5] 33BEpLIEHME CHHTESE J, MECTY BCTpanMBaHUA AOCTaABJIAETCA YXE

35’ =1 CUHTE3NpOBaHHas kJAHK konus
' — — T — = : SJ1IEMEHTaA.
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MooOuiabHBIE 371eMeHTHI - [IHK-TpaHCII0O30HbI

—— | >-:.
Transposase

HeaBTOHOMHBINA
OHK TpaHcnosoH

3ameyaHue #1:

NmeHHo JHK mpaHcrno30Hb! 6biau nepssimu
MObUMbHBIMU 371EMEHMAMU, 0BHAPYHEHHbIMU Y
syKapuom.

lMepsoomkpeisamensvHuya bapbapa MakKauHmok
nonyyuna e 1983 200y HobenescKkyro npemuro

npouecca TPaHCNO3ULMMN MO MEXAHM3MY Bblpe3aHus-
BCTPaMBaHMA.

MHorue n3 JHK TpaHCNO30HOB MOryT HECTH
OONONHUTENbHbIE OTKPbITblE PaMKU UAN JAXKe TeHbl,
KOTOpble 3aXBaTbIBAOTCA U3 reHOMA XO3AMHA U He
NrPaKOT HUKAKOM POIN B MEXAHM3ME TPAHCMO3ULLUM.

3HaumTenbHyto Gppakunto ME B reHome MoryT COCTaBNATb
HapyLwweHHble konun AHK TpaHCNO30HOB, KOTOpPbIE
OTHOCATCA K HeaBTOHOMHbIM [JHK TpaHcno3oHam. [nA
CBOEW TPaHCNO3MLUMWN 3TU HapyLlweHHble ME moryT
MCNONb30BaTb TPAHCNO3a3y, KOAMPYEMYIO aBTOHOMHbIM
AHK TpaHcno3oHom.
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MoOuniabHBIE 3/71eMeHTHI - [IHK-TpaHCII0O30HbI

OcHOBHOM MexaHu3M nepemMelweHnsa AHK-TpaHCNO30HOB — Bblpe3aHue/BCTpanBaHue

(cut-and-paste).

DNA Tra nsposon

End | Gene for

|
Another
sequence transposon gene
enzyme
Transposon %

enzyme -

© i

Transposon is cut out
and inserted at
\ new location

Transposon

e

‘Disrupted gene

Shgdisan Wesiey Longman, Ing

OHK-TpaHCNo30Hbl HaAEeHbI KaK B
reHoMax 3yKapuoT, TaK U NpoOKapwuoT.

3ameuanue Nel

Panee cuutanu, yto IHK-TPaHCIIO30HEl 3YKAPUOT HEIATCA 110
MeXaHUu3My [IepeMelleHns Ha OBa KJjlacca: Pa3MHOXKAIIIUeCs C
TIOMOIIIBI0 HEPENITUKATUBHOM TPAHCIO3UIIUY (II0 MEeXaHU3My
«BBIpE3aHMe-BCTPauBaHUe») U PEIJINKaTUBHOU TPaHCIIO3UIIUU.
OpHakKo B IOCJIegHUE TOAH! Gjlarofmaps CEKBEHUPOBAHUI0 TEHOMOB
MHOTHYX OPTaHU3MOB OBLIM OTKPHITH in silico IBa HOBEIX KJlacca
IOHK-Ttpancno3oHoB sykapuot: Helitrons u Polintons.
Helitrons nepemerainTcs C IOMOIILIO TOTYPEIIMKATUBHOM
TPAHCIO3UIIUY 10 IPUHITUTIY KaTAIIerocs Koablla, TOg00HO
IIjIa3MuAaM U HEKOTOPHIM BupycaM. Polintons, nniu
CaMOCHUHTE3UPYIOIINECSA TPAHCIIO30HE], IIPU Pa3MHOXKEHUN
UCHOJB3YI0T CBOIO cobcTBeHHYI0 [ITHK-mmomumepasy, npaiiMepoM
IJIE KOTOPOU CIIyKUT O€JIOK, ¥ CUMTAIOTCS B HACTOSIIEe BpeMs
caMbIMU ci1oXKHBIMU [THK-TpaHCIIO30HaMU 3yKapuoT.
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MoOHuJIbHBIC 3/ IEMEHTbI

CocTaB U KOJIMYECTBO MOOMJIHLHLIX 3JIEMEHTOB CUJILHO BapbrUpPYyeT He TOJIBKO MeKOY

Pa3/IMYHBIMHU TAKCOHaAMHM, HO U MeXy 6JII/I3KOpOJICTBeHHI:>IMI/I BHUOaMH U OaxXKe MeXOy
IIpegCTaBUTEJIAMHA OOHOI'O M TOT'O 2K€ BHU]IA.

.
o
I

Fraction of human genome o
comprised by repeat class (%)

Fraction of human genome
comprised by repeat class (%)

Ranges of substitution level
representing -25 million years each

&

-

o]
|

Per cent substitution from consensus sequences

L Eg
o 1.4 E§
58 12 | TG
g3 ., o @
o2 1.0 g 3
2 4]
136n it ||II 5z
Z 5]
%.’c’;‘jﬁ" \ | I|I I | ||| II EE
B L
iIIIIIIIIIIIIII[iIIIIIIIIIIIIIIIII 8
(4]

4 ¥ 10 13 16 19 22 25 28 31 34

Per cent substitution from consensus sequences

| o SINE/Al mSINE/MIR mSIME/other BLINELT OLINEALZ BLTR mDNA | Ra nges of substitution level
representing ~25 million years each
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MoOHn/JIBbHBIE 3JIEMEHTHI - IIPAaKTH4YEeCKOoe IIpDpHMEeHeHHue

i Mo

fortizes QL7 ME ncnonb3ytoTtca ans obHapyXeHUA U N3BNeYEHUA U3 reHoMa
e HOBbIX rEHOB, TaK Ha3blBaeMblIM insertional mutagenesis —

Go X 0COHEHHO aKTUBHO NPMMEHAETCH HA PACTEHUAX.

o @

| Bce 6onblie nossasetca MHpopmauum o npumeHeHnmn ME
peckase R hamemY NPV reHHOM Tepanuu AN nevyeHns 3aboneBaHui.

Gy L, X

D >

Immunocytochemistry to

l * Incubate in X-gal to
localize target gene product

visualize lacZ expression

\/I\¥ <y __ NN BB s e Los s Corsos tasmans Crimpooss Ouarcns
roquiation mimics targe gene exprossion TU T ' % ﬁ % ?\ﬁ?ﬁgﬁi %
ME moryT ncnonb3oBatbcs Kak EIIIIIII“!“III ': - :
dUnoreHeTUYECKNE MapKepbl, =11H PR § — .
ANA NOCTPOEHMA 3BONOLUNOHHbBIX {:_,““-’:'t'-‘?;; 3
fepeBbes. _ ERias ets it liEees
40 M
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523 B2
MoOuIbHBIE 3JIEMEHTHI - POJIb

a CeroagHAWHNN AeHb, AaHHbIe O BANUAHUM ME Ha reHOM X034MHa

OCTakOTCAd Ppa3pO3HEHHbIMU.
MHmepecHbIl hakm: ysenuyeHuUe pasmepa 2eHOMA Hepa3pbl8HO CBA3HO C y8enu4eHUem
Konuyecmesa ME.

*Mepemewanacb, ME nameHAIOT CTPYKTYpY reHOMa X03AMHa
N3BeCcTHO, 4TO:

* BHYTpeHHMe perynatopHble 4act ME moryT BbICTynaTb
KaK perynatopbl 3KCcnpeccmmn ana 6amsnexawmx reHoB

— N \:'—L

A A
Enhancerelement 20 kb
(enhancedexpression)

*ME moryT yyacTBoBaTb B 06pa3oBaHUKN TENIOMEP

* M mHOTOe apyroe...
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MoOuIbHBIE 3]IEMEHTHI - POJIb

MbpuaHbi gucrenes y Drosophila
a) Purple kernels

N A [y 4 | Ds | yA c I

Normal C gene
expressing
pigment product

‘-.f':.H'_. b s ¥ 1?;.‘ | Lé-' 'j-
P* Drosophita (2] P- Dn;'s-:j:f'l.i.l;rl[?}
L Matbe - ;

b) Colorless kernels

Activates D's Ds can transpose
transposition intoe C

( I ¥
7 Ae y A | Ds | VA c

B A |EEy S yAl mm F ——
Disrupted {(mutant) S
c gene
c) Spotted kernels
Activates Ds transposition out of Ciin
a few cells during kernel development
[ y [
o Ac 7L |
[
Reversion of Mutant c gene P elemants insertions
[H mutatil:l ntoC CaUSE mutRions |
I #'
J Ac // // J C it EE— 2 ..:-""‘-H.-__.-::. l.--'I
Normal C gene . e : EE e

OHK TpaHcno3oHbI 6b111 06HapyKeHbl bapbapon
MakKnnHToK B 40-e rogbl XX BeKa, Koraa oHa ny4yana
M3MEHUYMBOCTb OKPACKM 3epPEH KYKYpPY3bl.

Progeny sienibe at high temperature

0,27% Bcex 3aboneBaHU YeN0BEKA CBA3AHO C NepemelleHnemM MobUIbHbIX
3/1EMEHTOB.
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MoOunabHBIE 3JIEMEHTHI - POJIb

Hanbonee nasBecTHbI NpuUMep yyactnusd MObUbHbIX 3/IEMEHTOB B PYHKLMOHUPOBAHUN reHOMa

— CoxpaHeHue Tenomep y Drosophila melanogaster.

Apis distal

Apis proximal

Bombyx

Drosophila

Anopheles,
Chironomus

OpraHunsaums TesioMep y pas/iMyHbiX HaceKkoMbixX. TenoMepsbl Drosphila
obpa3zoBaHbl ABYMS non-LTR peTpoTpaHcno3oHaMu, a y Bombyx B coxpaHeHuun
TesiIoMep yyacTBYIOT Kak TesioMepasa, Tak U non-LTR peTpoTpaHCNO30HbI.

3-4-kb subtel.

Unknown [33883ssssesss] TTAGG
Unique
Unique |mas||[|[]/ll| Non-LTR
Unique

3ameyaHue Nol
Tenomepasza — pepmeHm Heobxo0umbll 018 hopMUPOBAHUA MeEAOMEP, NMOKA3AHO,
Ymo mesiomepasa hunozeHemuyecKu C8A3aHA C PEMpPOMpPAHCIO30HAMU;
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515 B2 Mob6unbHble 3/1eMeHTbl - PoJib

L deletion of “ell”
this fragment is lost duplication of “ell
- lacks centromeres

and telomeres

C. D.
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inversion
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MoOuabHBIE 3JIEMEHTHI - POJIb

Ingertion Recombination

d Unequal crossing over

-~ .
i 0 s Alu

Targel site (emply)

l @ Froviral excision

¢ i D
A | B LT o b LTH e 5 e Bl
[ E ; di
& Transductic
A =B SR L LN

\ cosome /
I N

Mature Reviews | Genetics

Mo6unbHblE 31EMEHTbI MOFYT UIFPaTb CYLLECTBEHHYIO POSib B OpraHM3auum u
3BOJIOLMM FeHOMa
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Bb15 B2
leHHble MmyTaumun. MexaHU3Mbl reHHbIX MyTauun.

[eHHble MyTaLMK BblIPaXKaloTca B USMEHEHUN CTPYKTYPbI OTAENbHbIX y4acTkoB AHK

MHBepcuun — nosopoT Ha 180° cermeHTa [JHK pasmMepoM oT ABYX HYKeoTUAO0B A0 PparMeHTa,
BKJ1IOYAIOLLLErO0 HECKOJIbKO MeHOB.

MHcepunm — BCTaBka ¢pparmMeHToB [JHK pasmepom OT 04HOro HyK/sieoTuaa A0 Lesioro reHa.
TpaHcBepcun — 3aMeHa NyPMHOBOIro OCHOBAHMS Ha NMPUMUANHOBOE UM HA060pPOT B O4HOM
M3 KOAOHOB.

TpaH3LUMKN — 3aMeHa 04HOro NypMHOBOro OCHOBAHMSA Ha ApYyroe nypuHoBOe Uin O4HOro
NMMPUMNANHOBOIO Ha ApPYroe B CTPYKType KOAOHa.

Cmpyrnypae JHK u oeara oo Mymauni

ATT I T II ATI | T T II
ITHE
T A I IT I[ T T AT | Il II T
! ! ! Il
WP HE A VT I T IT AVI | rrI
BEmoK METHOHHH TIHITHH H3 QI e HITHE TIHIIHH
Mymanun n ux RecIeOcHISHA
BEcTaEKa Nape & — T moTepd apel 1T - T
ATT ATT I AT | T T II
JTHE
T A I T I[ II I TA | IL II T
! ! ! Il
WP HE AVT ATT I AV | rrin
EEJIOK METHOHHH ApTHHHH THCTHOHH T'ITHITHH

JIeknusi 1 "[loBTOpsIOIIHECs 3JIEMEHTHI B TeHOMaxX 3yKapuoT"



[eHHble MyTaunn. MexaHM3Mbl FreHHbIX MyTauun.

Mo nocneacTBMAM reHHbIX MyTalMM NX KnaccudbuumpyoT Ha HENTPasibHble, PEry-SISTOPHbIE U
ANHAMUUYECKME, @ TaKXXe Ha MUCCEHC- MU HOHCEHC-MyTaLUuW.

I yan ’ 1 1 1
FeHeTUUECKoro Koaa). KoaoH MPHK 5'-CCA-3 5'-CCU-3
Tpunnet N3MeHEHHbIN AMWHOKMCNOTa -Mpo- -Mpo-
"aukoro" TMna TpUnner
MucceHc-MmyTauusa —
Martpuua AHK 3'-TAA-5' 3'-GAA-5' 3aMeHa HyK/eoTMaa B KOAMPYHOLLEN YacTu reHa
Kook MPHK 5 AUU-3' 5 CUU-3" — MNpUBOAUT K 3aMEHE aMUHOKUCNOTbI B
nonvnenTunae.
AMMHOKMCAOTA -Une- -Nlen-
Tpunner N3MeHEHHbIN

"auKoro" TMNna | Tpunaer

HoHceHCc-MyTaumMa — 3aMeHa HyK/eoTunaa B Matpuua AHK 3'-GTC-5' 3'-ATC-5'
KOAMPYIOLLEN YacTU reHa — NMpUBOAUT K
obpa3oBaHuo KogoHa-TepMmMHaTopa (CTOMN-KOAOHA)
U NpekpaLlleHUo TpaHcaaumu.

KogoH mPHK 5'-CAG-3' 5'-UAG-3'

AMMHOKMCNOTA -FnH- Cron-KoaoH

PerynatopHaa Mytauma — MyTauus B 5'- uam 3'-HeTpaHCAMpyeMbix 06/1acTaX reHa, Takas MyTauus HapyluaeT
3KCMpeccuto reHa.

AOvHaMunuyeckue MytTaumm — MyTaumu, o6yCcnoBEHHbIE YBEIMMEHNEM UYNCIA TPU-HYKIEOTUAHbLIX MOBTOPOB B
(PYHKUMOHaNbHO 3HAYMMbIX YaCTSX reHa. Takme MyTauMu MOFYT MPUBECTU K TOPMOXEHUIO MK 6/10Kade TpaHCKpUMLMK,
npuobpeTeHnto 6eNKOBbIMM MOJIEKY/IAMUN CBOMCTB, HapyLlUaloWmMX NX HopManbHbli MeTabonnsm.
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I'eHHBIE MyTallUM - IPHMeEPbI

CepI'IOBMLI,HOKﬂeTO‘-IHaFI adHeEMUNA — HaCNeaCTBEHHOE 3a6oneBaHme, KaK npasunao, npunsogdalliee LI,E‘TE‘I\;I n
NnoApPOCTKOB K CMEpPTHU.

MEeCTEe [/IyTaMUHOBOW KNCNOTbl B MOJIEKY/IE FEMOIN0bMHA B COOTBETCTBUM C FEHETUYECKMM KOAOM MOABUTCA BaNMH.
BMecTo remoriobnHa HbA noasutca HoBbIN remornobuH — HbS.

[ee konun a-rnobuHoBbLIX

@2 al reHoB: oy W 0g OCYLECTBNRIOT
CeMaficTBO a-rNoBMHOBBLIX [ CHHTES a-Ueneai

reHoe (xpomocoma 16)
.Fq\\

Buae remornobBuHos

Hb Az HbA
Hc?ﬁE b
I / T \
CemeiicTeo p-rnobuHOBbLIX | ==
reHos {xpuEnomma 1) & Gy Ar wp & B

3ameyaHue Nel
B manapuliHeix 30Hax mponuyeckol A@PpUKU aHOMAbHLIU 2eH S, Komopbili 8 20Mo3u20mHoM cocmoAHuu (1-1,5%) npusodum K cmepmu ntodel, 8
2emepo3u2omHsix ocobsax (~ 20%) enusem nosoxumMensHO Ha HU3HeCcrnocobHOCMeb, 8bI3bI8AA ycMOU4YUBOCMb K MAAAPUU.

Smom npumep He 00UHOK, 8 pAde c/y4aes 0cobu, 2emepo3u2omHsie o PeyeccusHbIM Mymayuam, Mo peHomury HopMasbsHel, HO 0baadarom
noeblweHHOU #U3HecnocobHoCMoblo. YyeHue o 2eHemuYecKkom epy3e rMoKasvieaem, Ymo Kaxcoas Mmomnysaayus 3a ceot npucnocobaeHHocmeo
(adanmayuro) K okpyxcarouseli cpede "naamum” onpedeneHHbIM YUCAOM npexcdespemeHHbix cmepmeli u HaciedcmeeHHbIx 6oae3Hel y yacmu
ceoux ocobell. [osblWeHHAA HUSHEHHOCMb 2emepo3u20m Mpu 1emasabHOCMU UAU MNOHUXEeHHOU H#U3HecrnocobHocmu 20M0o3U20MmHbix ocobel
Ha3zbleaemcs 6aaAAHCUPOBAHHbLIM MOAUMOPPHUIMOM.
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b22B3 T'emomubie IIPOEKThI
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B 6a3e NCBI 3a¢punKkcmpoBaHo NO YCTAaHOB/IEHUIO
NONHOWM NocneAoBaTeNbHOCTU TEHOMOB 3YKapPUOTUYECKMX OPraHM3MoB, 6O/IbLUMHCTBO U3

KOTOPbIX HaX04ATCA B NpoLecce peannsaymu.
2568 — 6aKkTepumn

171 —apxen

1000 noAHbIX reHOMOB NpoKapuoT!

Cither protists Marnrmals

Kinetoplasts 6

14

Apicomplexans

Cither fungi 3

1 Birds
6

22 3 Fishes
Basidiomycetes
41 \2 Flatworms
Roundwarms
Ascomycetes

1 Amphibians

Cther animals

2008r -184 npoekra 4 16

Green Algae Land plants
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[@eHOMHbIEe NPOoeKTbl

FTEHOMHBIE MPOEKTbI: 1995-2003

Ky A
= A
9 100 - A A
(o]
=
ud A A
g,- 107 A @°, { .O
e ) @ O ® 8
3 © m oR& o g &9
) e Yo
1 1 1 1 1 1 )
1995 1997 1998 1999 2001 2002
O APXEWM A B MopenbHble 06LEKTI

O BAKTEPUM A MaToreHsb!

A AYKAPUNOTHI MimetoT aKonorudeckoe aHaveHue

BaHbl Ana nHaycTpum
Arpokynestypbl

0000
|

Janssen et al. 2003 (Genome Biology)
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I'eHOMHBIE IIPOEKThI - CHKBEHHPOBaHHE

MpUHUMN MeToAa A0BONLHO NPOCT U OCHOBAH Ha (+/-)-
CEeKBEHMPOBaAHMU, NpeanoxeHHOM ewé B 60-x rogax. Mpu
nocnegoBatenbHom gobasneHumn kK AHK-nonnmepasHomy Komnaekcy
AE30KCUHYKNeo3naTpmudochaTos UX BKAOYEHNE B CUHTE3UPYEMYIO
HUTb 3aBUCUT OT HYKIEOTUAHOM NOCNeA0BaTe/IbHOCTM MaTpULbI.
MonumepasHbii cuHTe3 JHK conpoBorkaaeTtcsa BblaeneHMem
nupodocdaTa. 3ToT Nnnpodocdat B NPUCYTCTBUM CyAbdypunasbl U
ageHo3nHdbocdocynbdata npeobpasyetcs B ATO 1 3anyckaer
OKucneHue nwoumdepuHa nroundepasoin, ConpoBoKaatolLeecs
6uontommHecueHumnen. JIOMUMHECLEHUUA PErncTpupyeTca
boTOoyMHOXKMUTENEM AU UUGDPOBOI KaMepon.

Frirer

Light + oxyluciferin
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I'eHOMHBIC IIPOEKThI - CHKBEHHPOBaHHE

Ncnonb3oBaHue amynbcuoHHoM MUP ana ogHoBpemeHHOM napannenbHOM NoaroToBKU COTEH
TbicAY NpenapaTtoB AHK K cekBeHUpoBaHMIO. Takaa NpobonoaroToBKa COCTOUT U3 CAeAyoLMX
9Tanos:

. OTMbIBKa MMKPOLLAPUKOB OT peareHToB U yAa/fieHNe He CBA3AHHbIX C WapuKkamu Huten JHK;
. 3arpysKa LWapunKoB B IYHKW MPOTOYHOM Kamepbl;
. 3arpyska YyHOK MUKPOLLAPMKaMM C UMMOBUAN30BaHHbIMKU hepMeHTaMM.

: Load beads into

| PicoTiterPlate™ ‘-‘3"5
: eje
q Tk
i

Elnnél F«.mplificatiéln Load beads in PicoTiterPlate™
on 28 | beads
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I'enoMmHuBbIC IIPOEKTHhI - CHKBEHHPOBAHHE

MupocekBeHaTop "454 Life Sciences" coctomnt n3 Komnsiekta 6yTbinen c
peareHTamm, ynpaBaaeMoro KOMnbOTEPOM MHOFOKaHa/IbHOTO HAcoCa,
NPOTOYHOWN AYENKN U YYBCTBUTENBHOM LNPOBOMN GOTOKamMepbl

Sequencing and Basecalling Results for 191base Read

BTG ATE T A DECT GACEE T BOPEE TORAAGE TTALEAR GRSTEA FTAGE TTC THE 0 AL BT Tat Bad
s

| | GERAGET TR

R =+ =] | A
| I 1 _—— G GETT ] AA
1
| | I
! 1
| |
|TE AE oGl I| Gh TCTATh | CF GACE (T & [T & €T GA |AGT |RE € CF & CG G CIACG
s | T 3 1 :l,'__,I:'..--
I | |
|
| |
1 fl 1
| P 0 2 EEEEiml .. 1A plada ]
f== s g s 5 LS L 5 L 5 S L
il_.'_. CCDT R TR GOL St Ch TAAL VA TS GO TCCTASE S TABE AR BT T LTI TLCEE T RA B TTC L OAC CO G AUE AANE GO ETASE OATTTBLGL ALY
.t (o
| 4
| e BAR G
| ece 77 |
: AR '
1
{ : |
| AR an [= = BA
| AR Gl GGOCAR = L A& Ty oG |
} I 1 (L 1
iy
| &
[ & | TN | o
| 7ol € g ¢f MGich T4 | T A6 cE Gigi & N o6 | CGRcoa C AT G
.. | h i i Ir 1 .
. | x 1 A

Mpobnema: [Mpu NponycKkaHuu peazeHmos Yepes npomoyHyto ayeliky pe2ucmpupyromcs
SIIOMUHECUEeHMHbIE CU2HASIbI, U3/1y4aemMble COMHAMU MbICAY MUKPOsYHOK. Ha dumepHbix,
MPUMEPHbLIX U mempamepHbIX HYyKAeomuoOHbIX N08Mopax UHMeHCUBHOCMb CU2HA08
MPOMNopYUOHAsLHO yeenudueaemcs. B mo xe epems Ha0EXHO OugpepeHyupo8ams 20M0O2eHHbIE
mempameps! U NEHMAMEPbI yXe MPAKMUYeCcKU HE803MOXCHO, YMO 3ampyOHAem CEeK8eHUpPOoB8aHue

rnocnedosamesnbHocmeli ¢ MPOMAXEHHbIMU HyKneomudelmu rnoemopamu.
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BbuounHdpopmMmaTuueckme Mmetoabl — aHaJIM3 reHOMOB

Mocne nony4vyeHuns nyna reHOMHbIX NOC/eA0BaTENbHOCTEN HEOBX0AMMO NPOBECTU
cbopKy M aHHOTMpOBaHue. [Ans cbopku reHoma 1 NnepBoHa4YaNbHOro aHHOTUMPOBAHUSA
NCNOJIb3YIOTCSA UMEIOLLMECS SKCNEPUMEHTA/IbHbIE U UCXOAHbIE AaHHbIE.

C6opka reHoMa (obwasa cxema)

Base editing

Re-Para-
metrisation

Validation Contigs _

Contig
Join/Break
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BnonHdpopMmaTnueckme metoabl — cb6opka reHomMoB

[MepekpbliBaHUSA

«—— . nocnenosaTenbHoCTel

nocnegosartenbHoCTU JHK
— contig nnu scaffold,
noslyyYeHHble B rnpouecce
cbopkun shot-gun

nocnegosaTtensHocTeil AHK ’ C6opka reHoma Chlamydia bacterium

(coenano npu nomowm Circos)
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BuounHdpopmMmaTuueckme Metoabl — aHHOTUpPOBaHUe
reHoMoB

AHann3 reHOMOB — 17 XpOMOCOMa 4YenoBekKa, 3e/ieHbIM NoKa3aHbl NpeACKa3aHHble MeHbl,
XXeNTbIM — NOBTOPEHHbIE NMocea0BaTe/IbHOCTU, KPACHbIM — reHbl, HapyLweHUs KOTOpPbIX
MOryT BbI3blBaTb paK, CepbIM — HEKOAUPYHOLLME NOCNen0BaATEIbHOCTU
(coenaHo npu nomowm Circos)



BuonHdopMaTuueckue MeToabl — CpaBHUTEJIbHbIN
aHann3 reHoOMOB

CpaBHUTENbHbIN aHaNN3 reHOMOB — CpaBHEHWE FEHOMHbIX NOcNea0BaTENbHOCTEN
pPa3/IMYHbIX OPraHnM3MoB, NMOUCK FOMOJIOFOB, PEKOHCTPYKLUNSA BO3MOXKHbIX
3BOJTOLUMOHHbIX COObITUN.

17 xp.
Homo sapiens

CpaBHUTENbHbLIN @aHaNN3 roMoOsI0FOB XPOMOCOMbI 17 yenoBeka M XpoOMOCOM MbILLM
(caenaHo npu nomowm Circos)



[eHOMHble npoeKTbl (EST bubnmnotekn)- Microarray technology

CpaBHeHMe 3KCNpeccmmn reHoB B pa3HbIX TKAHAX (3,D,OpOBbIX M paKOBbIX; Ha pa3HbIX CTaaunUdgXx
pas3BuUTuUA; " T.LI,.) MO3BOJIAET BbIAB/IATb pa3/iIntind B SKCMPECCUN TEX UJTN UHbIX TEHOB, NMPOCNEANTD
M3MEHEHUNA I'IpOd)MJ'IFl SKCrpeccnm reHoB Ha pa3HbIX CTaaAndX pa3BUTuUA, BbiIABUTb BO3MOXXHbIE

MULLIEHN ANa AganbHenwen pa3paboTkmn nekapcrs

Agueous mRNA

A" Phase b mRNA "
- Aminoallyl ‘Reverse CDNA )
y Pherol @ Protein Nucleotides ,  Transcriptase e Ec)’yre:, % ]
Phase DNA oyscys
cDNA labelled cDNA
Sample Purification RT Coupling Hybridization
and washes
DA clones test reference \excnalion
“'U '\..- s g laser 1 laser 2
; "\u.\:"u ﬁ%
2 reverse
< transcription
label with Bmission
fluor dyas
PCR amplification -\:\-o %
purification || |i‘ *‘v %‘ﬁ’
robotic
printing Teie

> computer
= analysis
" hybridize target

to microarray

Scanning

Normalization
and analysis
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Pe3ynbTaT aHanu3a 3KCNpeccumn reHoB B pacTeHUSX, BbIPOCLWIMX B TEMHOTE U Ha CBETY, C
NMOMOLLbIO MUKPO3pPPas. DNoopecuUeHTHble 30HAbI 6bln NpurotToBaeHsl 3 PHK

3TMONNPOBAHHbIX pacTeHnin (Metka — Cy3) n PHK 3eneHbix nnctobeB (MeTtka — Cy5). 3oHAbI
cMewanu u crmbpunansosanu ¢ kAHK-mMmnkpoumnom, cocrosswmm m3 11500 anemeHToB. NMocne
rmépuansaunm 4nn NpocKaHMpoBanm, NoodepesHo NCNonb3ys GUNbTPbI ANs ABYX
dnoopodopos. NMpuBeaeHHas poTorpadmns — pesynbTaT HANOXKEHUS CKaHOB. KpacHble TOUKHK
COOTBETCTBYIOT reHaM, 3KCMpeccms KOTOpPbIX MHAYUMPYETCS CBETOM, 3e/lIeHble — reHam,
3KCNpeccusi KOTopbIX CBETOM NoAaBMSETCS.
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CuHTeTnyeckme reHomMbl

CoBpeMeHHble No3HaHuA B 0671acTh (hyHKLIMOHMPOBAHMUSA FreHOMOB NMO3BOJIAIOT

co34aBaTb MMHUMAJIbHblE ‘CUHTETUUYECKHUE IFeHOMbI C 3afAaHHbIMU NapaMeTpaMm U
BO3MOXHbIMU (PYHKLIUSAMMK.

Programming the Genetic Code Bioenergy or Specific Chemical Production
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