OpeHbyprcKkuii rocygapcTtBeHHbIM MegUuLUHCKUIA YHUBepcuTeT
Kadeppa buonoruu

AvncunnauHa buonorus

JleKuuna Ne 7.

[eHOM YenoBeKa. Ero ocobeHHOCTU U XapaKTepUCTUKa.

DoueHT Kadeapbl buonorumn, K.6.H.
Tuxomuposa NIAMHa MuxannoBHa



OnpeneneHne reHoma

v'[eHOM — COBOKYMHOCTb HacneACTBEHHOro matepuana,
3aKNOYEHHOIO B KNETKe opraHu3ama. [eHom coaepxuT
bunonornyeckyro MHPopmauuto, Heobxoammyto AN
NOCTPOEHUA M NoadeprKaHUA opraHmM3ama. bonbWMHCTBO
reHOMOB, B TOM 4YMUC/le TEHOM Ye/I0BEKA M FeEHOMbl BCeX 4y s
OCTa/IbHbIX KNETOYHbIX POPM XKU3HU, NocTpoeHbl n3 AHK ) ) ) AN
wan PHK (y HekoTopbIx BUPYCOB). )

v TeHOM - COBOKYMHOCTb reHeTUYyecKoro
mMmaTepuana ranjioMgHoro Habopa XPOMOCOM J[AAHHOrO \ )RQ\

BMnAaa. I-(orp,a rOBOPAT O pPa3mepax reHoma 3yKapwumoT, TO . )’7] \ !\‘\ﬁ
, \) oa Y N

noapasymesarotr MMeEHHO 3TO onpeaeneHmne reHoma, 1o | § “\"‘ )

€CTb pPa3mep 3YKapUnoTnyeCKoro reHoma Wm3MepArT B b -

napax Hykneotmpos AHK wuaum nukorpammax LAHK Ha
ranJiongHbl reHOM.

v'[eHOM - COBOKYMHOCTb F€HOB W MEMKIeHHbIX Y4aCTKOB
OLHOWM KNeTKu.



aHc BuHKnep
23.04.1877 — 22.11.1945
Hemeukuin buonoru, npodeccop
OoTaHNKK

TepmuH «reHom» bbin npeanoxKeH NaHcom BuHKknepom
B 1920 roay B paboTe, NOCBALWEHHOMN
MEKBMNA0BbIM aMOUANNIONAHbIM PacTUTENIbHbIM TMOP
naam, 414  ONUCaHMA  COBOKYMHOCTU  TEHOB,
3aKNOYEHHDBIX B TraniouMaHOM Habope xpomocom
OpPraHM3MoB oAHOro bmonoruyeckoro Bnaa.

B OKcdopackom  3sHUMKNOMNEANYECKOM  cnoBape
YKa3aHO, 4YTO TEePMMUH 00pas3oBaH CAUSHUMEM C/I0B
«reH» N «KXPOMOCOMaA .



[eHOM YenoBeKa

* B ogHOM Xxpomocome 4enoBeKa HaxoAuTcA OAHA
monekyna AAHK. B 46 xpomocomax — 46 monekyn AHK.
OnnHa Bcex monekyn AHK ogHOW KneTtkm okono 2 m.
Teno yenoseKka coctouT M3 5 x 1013 knetok. Obuasn
anvHa AHK Bcex Knetok 1 x 101 km, 4TO B ThicAYM pa3
bonbuwe pacctoaHma ot 3emamn go ConHua.

y TpaHcnauua

e IHK coctonT M3 HykneotnaoB. [aniounaHbii Habop
OHK ogHolit Knetkm cogep»ut 3,2 x 110° nap
HYKneoTnaoB. B ogHon monekyne IHK coTHM reHos.

* bonbwunHcTeo reHos coaepKnt 50 000 HYKNeoTUAHbIX D‘HK PHK BEﬂOK

nap (H.n.), paamax AOCTaTOYHO WMPOK. [eH UHCYAnHA
copgepxut 17 000 H. n., reH TMpeornobynmHa 300 000
H.N., a reH auctpodumHa — 2 000 000 H.n. B xpomocomax
reHbl pacnonaratoTca B /JMHEMHOM nopAgKke w
0bpa3ytoT rpynnbl cuenaeHus.




[eHOMMKa - pa3aes reHETUKMN, KOTOprl\;I U3yvyaet reHoM.

B Pa3BUTUN TEHOMUKN BblAENAKOT HECKOJ/IbKO HaﬂpaBHEHMVIZ

1. CTPYKTYpHaA reHOMMKa — W3y4yaeT CTPOEHMEe TreHOB, NOoC/NeA0BaTe/IbHOCTb HYK/1eOoTUAO0B,
COCTaBNAET KapTbl XPOMOCOM;

2. dYHKUMOHANbHaA reHoOMWKa — onpegensaeT PyHKUMU FrEHOB U UX B3aUMOAENCTBUSA;

3. 3BOJIIOUMOHHAA reHOMMKA — U3yYaeT 3BOJIIOLMIO TeHOMa, BPpeMA U MexaHU3Mbl NOABNEHUSA HOBbIX
reHoB;

4. cpaBHUTENbHAsA reHOMMKA — U3y4yaeT reHOMbl Pa3HbIX OPraHNU3MOB;

MmeagnumnHCKaA reHoOMMUKa — pelaeT BOMnpocCobl reHoagnarHoCTukK, reHoTepanmm HacaeacrBeHHbIX

6onesHemn.

CtpyKTypa monekynol AHK



CTpYyKTYypHaA reHOMMKA

CTPYKTYpHana reHOMWKA M3y4YaeT COAepKaHMEe W OpraHM3aumio reHOMHOM
UHPopmaumn. MmeeT Lenblo U3ydyeHne reHoB C M3BECTHOM CTPYKTYypoin Ana
NOHUMaHUA UX OJYHKUMM, a TakXKe onpeaeneHne npocTPpaHCTBEHHOro
CTPOEHMA MaKCMMaNbHOIO YMCNa «KAOYEBbLIX» OENKOBbIX MOJIEKY U ero

B/IMAHUA Ha B33MMOA€I\;1CTBMH. l \

AHann3 reHoma dHATOMUIKO TeHOMa 3BOJIOUUNIKO reHOMaA
1.onpegeneHune opraHusaums 1l.onpegeneHne MUHUMANbHOIO
HYKNEOTUAHOM reHOMOB BUPYCOB AN U3HU TEHOMA

nocNenoBaTe/IbHOCTU NPOKapuOT U 3yKapuoT 2.cneunduuHbie ana

2. aHoTauuA OpPraHM3mMoB reHOMb!

pacwudpoBaHHOM 3. NPOUCXOXKAEeHNE reHOMOB
nocneoBaTeNbHOCTH

3.knaccndumkauma
reHoB



KapTbl XpOMOCOM

v'reHeTU4ecKkne -— onpeagenAanacb J/A0OKa/IN3aUMUA TreHa B XPOMOCOMax WU
PaCCTOAHUE meXay reHaMmun B MOPraHnaax;

v du3nueckme — nsyveHme nocnefosaTesibHOCTU M nosioxkeHua cantos AHK c
NOMOLLbIO CneunanbHOro OKpawnBaHMA U PAacCTOAHUE MeXAYy HUMU B napax
HYKN1eoTUA0B B M3y4aeMbIX XPOMOCOMA (Noa MMKPOCKOMOM XOPOLLO BUAHbI
63HAbl — HeaKTUBHble nocnegosaTtenbHoctn [AHK). ®dusumyeckme KapTbl
NMOKA3bIBAlOT pPACMOJIOXKEHUE 3SK30HOB MO OTHOLWIEHUD K 3TUM O3HAAM.
PacnonoxeHue 63HA0B MHAMBMAYANbHO Y Kaxgon [HK v ana onpeaeneHus
nocneaoBaTeNbHOCTU M3y4YaeMbiX PParmeHTOB MCNONb3YHT AOMNONHUTENbHO
MeToa, PUHTepnpPUHTUHIA («OTNeYaTKM NanbLEB»: XPOMOCOMbI PA3aenfatoT Ha
dparmeHTbl, KAOHUPYIOT U YNopAaoYMBalOT, YCTaHABAMBAA COOTBETCTBUE
NOJ10C U reHoB..

‘/CEKBEHCOBbIe KapTbl — onpeageneHne nocinenosarte/ibHOCTU HYK/1eoTnaoB B
[IHK.



DYHKUMOHANbHAA reHOMMUKA

fnasHas 3apjaya - OXapaKTepu3oBaTb KaKe®
MOXHO  6onbllee  KOAMYECTBO  rEHOB,
COCTaBNAOWMX reHoMbl, n3yyeHune
MeXaHW3MOB MX perynauuu, B3ammMoaencTBuA
APYr C APYrom 1 ¢ pakTtopamu cpeapl B Hopme

M NpU Natosiornu.

FnaBHbIN aNeMeHT uccnenoBaHum -
onpeaeneHne HyKNeoTMAHOW nocneposaTe-
NIbHOCTU reHoB, 6enKoBbiX MNPOAYKTOB 3TUX
reHoB, W3y4YeHMe B3aUMOAEWUCTBMA Pa3HbIX
reHoB u 6enkoB, a TaKXe MexaHU3Mbl
perynaumMm Bcem CUCTemMbl reHoma.

Mocne pacwudpoBKM reHoma  ycunms
uccneposateneit GOKyCUpPYIOTCA Ha MU3yYeHUU
6enKkoBbIX NPOAYKTOB reHOB. 3TUM 3aHMMaEeTCA

nporeomuka. Ee 3apaya — onpeaenutb Bce
6enKkn, CUHTe3Npyemble B KNETKe, BbIACHUTb MX
CTPOEHME, KO/IMYECTBO, NOKanusaumio,
MmoanduKaumio n MeXaHU3Mbl

B3aMMOAENCTBUA.

Ewe OAHO BaXKHOe HanpasneHue
OYHKUMOHANbHOM  FeHOMMKM  —  TPaHC-
KPUNTOMUKA — M3Yy4YaeT KOOPAUHWMPOBAHHYIO
paboty reHoB, ob6pa3oBaHue NEePBUYHbLIX
TPAHCKPUNTOB, MNPOLECCbl  CNAAaUCUHIa MU
dopmupoBaHua 3penbix MPHK. bnaropaps
TEeXHONOrnun MWUKPOYUNOB yaaertca
OAHOBPEeMEeHHO aHaNM3MpoBaTh KapTUHY
TpaHckpunumm MPHK co cta TbiCAY reHoOB.
UccneposaHue «TPAHCKPUNTOMA» 3TUM

METOAOM MO3BONAET YCTAaHOBUTL Pas3NMyuUA
MeXAay IKCNpeccuen reHoB B PasHbIX TKaHAX,
NPOaHaNU3NPOBaTb XapaKTep 3KCnpeccuu B
pasHble nepuoapl 6onesHu, a  Takxke
KnaccnduumposaTtb 6enKu - Ha cekpeTupyemole
N CcBA3aHHble ¢ MmembpaHamu (onpegensas
nonoxeHune nx mPHK).



JBO/IIOLMOHHAA FTEHOMMUKA —
N3y4yaeT 3BOIIOLMIO FrEHOMA,
BpemAa N mexaHuU3mbl
NosABN€HMA HOBbIX FEHOB
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Humans versus chimpanzees (Pan), 5.4 Myr ago ' ‘

\

| Humans versus gorillas (Gorilla), 6.4 Myr agoh

[ Humans versus orangutans (Pongo), 11.3 Myr ago!

Humans versus gibbons (Hylobates), 14.9 Myr ago 1”

Cattle (Bos) versus sheep (Owis) and goats (Capra), 19.6 Myr agoh

Hominoid primates (Homo) versus Old World monkeys (Papio, Macaca), 23.3 Myr ago i’ ﬁ,
Cats (Felis) versus dogs (Canis), 46 Myr ago k h

Cattle (Bos) versus pigs (Sus), 65 Myr ago n

Cattle versus Carnivores (Felis, Canis) versus horses (Equus), 82-83 Myr ago ' x
Primates versus rabbits (Oryctolagus), 88-90 Myr ago @ h

Chickens or turkeys (Meleagris) versus ducks (Anas), 90 Myr ago q ' é

Primates versus cattle (Bos), 90-98 Myr ago

Placental mammals (Homo) versus marsuplals (Didelphis), 173 Myr ago a i_

Birds (Gallus) versus closest living reptiles (crocodilian, turtle), 228 Myr ago / * R

e\ T

Living reptiles versus mammals (calibration), 310 Myr ago

Amniotes (reptiles and Is) versus amphibians (Xenopus), 360 Myr ago

Tetrapods (amniotes, amphibians) versus ray-finned fishes (Danio, Fugu), 450 Myr ago
Tetrapods and bony fishes versus cartilaginous fishes (sharks, rays), 528 Myr ago

Jawed vertebrates versus jawless vertebrates (Petromyzon), 564 Myr ago <y’ (SN

Plectomycete fungi (Aspergillus) versus pyrenomycete fungi (Neurospora), 670 Myr ago ? *
Vascular plants (Arabidopsis) versus (Physcc ), 703 Myr ago # »’

Vertebrates versus cephalochordates (Branchiostoma), 751 Myr ago » \

Pathogenic yeast (Candida) versus bakers' yeast (Saccharomyces), 841 Myr ago /M ~

Vertebrates versus arthropods (Drosophila), 993 Myr ago ,f

Land plants (Arabidopsis) versus chlorophytan green algae (Chlamydomonas), 1061 Myr ago ’ *
Hemiascomycetan fungl (Saccharomyces) vs. filamentous ascomycetan fungi (Aspergilius), 1085 Myr ago ~
Ascomycotan and basidiomycotan fungi versus mucoralean fungi, 1107 Myr ago ,

Fisslon yeast (Schizosaccharomyces) versus bakers' yeast (Saccharomyces), 1144 Myr ago ‘

Vertebrates versus des (Caenorhabditis), 1177 Myr ago {

Ascomycotan fungi versus basidiomycotan fungi, 1208 Myr ago ‘ ,

[T— Animals versus plants versus fungl, 1576 Myr ago M *

f\\ Diplomonad protists (Giardia) versus other eukaryotes, 2230 Myr ago /Q

~\ S Cyanobacteria (Synechocystis) versus other eubacteria (Escherichia), 2560 Myr ago ') .\
Origin of eukaryotes, 2730 Myr ago

" Early divergence among prokaryotes, 3970 Myr ago




TrEHOMBbI HEJIOBEKA v APYIUX BULOB

XNBOTHbLIX (CPABHUTEJIbHO-3BOJIIOLLUOHHbIN
ACIIEKT)

BITEHOME YEJIOBEKA ectk NEHbI:
= OBLUVE A JSA NPO- U 3VKAPNOT - 21%:;
= OGLUME A XXUBOTHbIX B A P. 3VKAPUNOT - 32%;
= OGLUME AN NO3BOHOYHbLIX M AP. XKUBOTHbIX - 24%;
= OBLLUVE A JIf NO3BOHOYHbIX - 22%;
= OBLUVME ANA NMPUMATOB - 90-99%;

BIMTEHOME HYEJIOBEKA ecte 1HK oT:
= PETPOTPAHCIMO30HOB (PHK BurycoB) - 8%;
= LHK TPAHCIMO30OHOB (EAKTEPUAJIbHbIX) - 3 %;

=h¢/el;_1\1(,)e 220 reHoB oT BAKTEPUN-CUMBUNOHTOB, BK/IOYASA MEH

MMOTE3A - 3THW NeEHbl MHTPOAVLIMPOBAHbLI B TEHOM TOMUHULA

NMPULLIEJIbLAMW U3 KOCMOCA AJif NPEBPALLLEHNA B PABO4YVIO CUJIY;
oT

HEJIOBEKA - T'EHbl O OCTAJIMCb BAKTEPUAM-CMMBENOHTAM;

e




[ eHOMUKA

C KoHua 1980-x IT. Hayasiocb co3faHune
6a3 faHHbIX, B KOTOPbIX XpaHUTCSH
WHpopMaLmMsa 0 MUNTMOHAaX
nocnefgoBaTesibHOCTEN HYKNeoTUA0B B

3MGpHOH Myxi - R AOHK n PHK nnn ammHokucnot B 6enkax.
CTaTUCTUYECKUMIN MeToAaMI aHansa
Xpomocom (V)
O a— e HYKEOTUAHbIX NOC/Ie0BaTENBHOCTEI,

HOX-2

XpomMocome!
MBIl HOX-1

MO3BOJTAKOT pPacno3HaTb y4aCTKn reHoma C
onpegesieHHbIMN cBOWCTBaMM,

HOX-3 {—a— -
CpaBHUTE/IbHasA reHoMuKa Nno3BoNseT
SO & =y, npeackasbiBaTb OYHKUNN rEHOB
NG yesioBeka no U3BECTHbIM PYHKLUAM

reHoB [pyrX opraHn3MoB

Bapocnag mbiwe

b ' >

Cx00CcmB0 2eHO 8. Vnpasnsiouiux chopMuposarniemM 0cy meaa, vV MyXu U Mblliu




MeanumHcKana reHOMMKA

* 3aHMMaeTcA peleHnem NPUKNAOHbIX
BOMPOCOB KAMHUYECKOMN N NPOPUNAKTUYECKON
MeAWUWUHbI Ha OCHOBE 3HAaHMW T[EeHOMOB
4enoBEKA M NATONreHHbIX OPraHM3MOB.

* Pewaert BOMPOCHI reHOAMArHOCTUKMY,
reHoTepannum HacneacTBeHHbIX bonesHen.
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[lporpamma «leHOM Yyenoseka»

* NMpoekT Yenoseueckunn leHom (aHrn. The Human Genome Project, HGP) —
MEXAYHAPOAHbLIN  HAay4YHO-UCCNEeA0BATE/IbCKUM  MPOEKT, [MaBHOW  LUENbo
KOTOporo Oblno onpegenntb NOCAeAO0BATENIbHOCTb HYKNeOoTMAO0B, KOTOpble
coctasaatoT [HK, n naeHtnnumnposatb 20—25 TbiC. reHOB B Ye/I0BEHECKOM
reHome. ITOT  NPOEKT  Has3biBAalOT  KPYMNHEMWMM  MeXAYHApPOAHbIM
COTPYAHMNYECTBOM, KOraa-nnbo nposoamsLIMmca B bnuonormm.

* MpoekT Ha4anca B8 1990 roay, nog pykosoacTsom [lenmca YoTcoHa nop
arnaov HaumMoHanbHoW opraHusaumnmn sapasooxpaHeHma CLUIA. B 2000 rogy 6bi
BbiNyweH pabo4ynin YepHOBUK CTPYKTYpbl reHoma, noJjiHbin reHom — B 2003
roay, 0AHaKo U cerogHa AONOAHUTENbHbIN aHaNNU3 HeKOTopblx YYaCTKOB €eLllE He
3aKOHYEeH.

* YactHon komnaHuen Celera Corporation 6bi1  3anyulieH aHaNorM4YHbIN
napannefbHbiM NPOEKT, 3aBEPLIEHHbIN HECKONbKO paHee MeXAyHapoAHOoro.
OcHOBHOM O0OBbEM CEeKBEHWPOBAHUA Obln BbINOJHEH B YHUBEPCUTETAX W
nccneposarenbckux ueHtpax CLUA, KaHvagbl v BenukobputaHun. Kpome
OYeBMAHON  PYHAAMEHTA/IbHOM  3HAYMMOCTM, OMNpeaeneHme  CTPYKTYpPbI
YENIOBEYECKUX [EHOB ABMAETCA BaKHbIM LIATOM Ana pa3paboTKM HOBbIX
MeAUKaMEHTOB 1 Pa3BUTUA APYrMX aCNeKTOB 34paBOOXPaHEHMA.



https://ru.wikipedia.org/wiki/%D0%90%D0%BD%D0%B3%D0%BB%D0%B8%D0%B9%D1%81%D0%BA%D0%B8%D0%B9_%D1%8F%D0%B7%D1%8B%D0%BA
https://ru.wikipedia.org/wiki/%D0%9D%D0%B0%D1%86%D0%B8%D0%BE%D0%BD%D0%B0%D0%BB%D1%8C%D0%BD%D1%8B%D0%B5_%D0%B8%D0%BD%D1%81%D1%82%D0%B8%D1%82%D1%83%D1%82%D1%8B_%D0%B7%D0%B4%D1%80%D0%B0%D0%B2%D0%BE%D0%BE%D1%85%D1%80%D0%B0%D0%BD%D0%B5%D0%BD%D0%B8%D1%8F_%D0%A1%D0%A8%D0%90
https://ru.wikipedia.org/wiki/Celera_Corporation

[lporpamma «[ eHoOM YyenoseKa»

* IcTopna oTeyecTtBEHHOM MPOrpamMmbl Havanacb B
1987 r. Ee wuHuumatopom w©n 6e3yCcNOBHbIM
NNMOEPOM B TEYEHME MHOTrMX NeT Obin aKaaemMuK
A.A. baes. 1o ero HacToAHUIO B 1989 r. oHa cTana
oAHOM Wn3 Beaywmx [ocyaapCTBEHHbIX HAy4HO-
TexHun4yeckmnx nporpamm CCCP. OcHoBHble pa3genbl
35TOW nporpammbl Kak B Poccuu, TaK M BO BCEM
MUPEe BKAKOYAKOT TPWU [NaBHbIX Hamnpas/eHuA
HAay4YHbIX MCCNeaoBaHUM : 1) KapTUpoBaHuE U
CEKBEHMPOBAHWE  reHomMa, 2)  CTPYKTYpPHO-
GYHKUMOHaNbHOE n3yyeHune reHOMa; 3)
MeANLUMNHCKYIO TeHEeTUKY U reHoTepanuio.

B 90e rr pabotbl no nporpamme leHom Yenoseka
Obinn  cocpenoToyYeHbl [NaBHbIM 0OpPa3omM Ha
A.A.Baes nayyeHnn 3mn, 13m n 19m xpomocom. lloaxon K

28.12.1903 - 31.12.1994 N3YHEHUIO 3TUX XPOMOCOM OYEHb Pa3/IN4eH.
COBETCKUIA N POCCUNCKUN BUOXUMMUK,
Bpay, YYEHDbIN.




[lporpamma « eHOM Yyenoseka»

PaboTa npoBoaunnach B cneayowmx HanpasaeHUAX:

1.
2.

KOMI'IbI-OTeprIﬁ dHa/1In3 NOJIHOITO NreHoMa 4e/10BekKa,

NAEHTUPUKALUMA HOBbIX MEHOB Ha OCHOBE KapTUPOBAHMA, KJOHUPOBAHUA W
CEKBEHMPOBAHUA, CTPYKTYPHbIN aHaNN3 rEHOB N Peryaauma nx akTMBHOCTY;

YCTaHOB/NIEHWE  TEeHEeTUYECKMX  B3aMMOOTHOLWIEHUM  Mmexay reHamum WU
npeapacnoNoXKeHHOCTbIO K 3aboneBaHUAM PasNNYHOM 3TUONIOTUN;

. pa3BUTNE METOA0B FrEHHOM N TEHOMHOM ANATHOCTUKKN 3ab601eBaHUIM YENOBEKA;

5. pa3paboTKka MeToA0B reHHOM TepanmMmu MOHOTeHHbIX 3abo1eBaHUI;

. pa3pa60TKa HPUONYECKUX, I TUHECKNX, 3aKOHOAATE/IbHbIX, NMPaBOBbIX, COUNAJ/IbHbIX

acrneKkToB MUCCNe0BaHMI reHoMa M UCNOoNb30BaHME MHPOPMALIMKU O CTPYKTYpe U
CBOMCTBAX reHOMOB OTAE/NbHbIX /I0AEN;

. passutne meanumnHbl Ha MNpMHUMNMNMMUA/ZIbHO HOBOM YpPOBHE 3HAHUN O rEeHoMme

YyenoBeKa n GopMyIMPOBaHNE COOTBETCTBYIOLLMX MPAKTUYECKUX NPEaNOKEHNN.



ABTOMATUYECKASA
KPUCTANNN3ALUWA

-

BbLIBOP HAPABOTKA BE/IKA B -
OBBEKTA MMKPOOPF{HM3MAX BLINENEHWE

N O4UCTKA BENIKA

MU3Y4YEHUE CTPYKTYPHI
(AMOPAKLIUSA, AMP)

NYEIUKAUMA =
B HAYYHOM PA3MELLEHVE PACMET
XYPHANE CTPYKTYPbI B NPOCTPAHCTBEHHON

BA3E JAHHbIX CTPYKTYPHI
PDB ‘

ABTOMATUHECKMIA
CBOP JIAHHBIX

ITanbl paboTbl NO U3YYEHUIO CTPYKTYPbI reHOMa.



CeKBeHaToOp TpeTbero NoKo/iIeHUA
dupmbl Oxford Nanopore Technologies (2012 r)

MpoussoguTenbHOCTb 1 MApA HYKNEOTUAOB Dasug Oumep (David Deamer) -

3a 6 yacos Mpeanoxun npuHuMn meroaa
[ecatku Tbicay HyKneotngos/1 nporox CeKBeHUpPOBaHMA Yepes HaHOMNOopPbI B
KomnbioTep — HOYTOYK ¢ USB-pazbemom 1989 roay

CroumocTb ~S$S900



B AnoHun B 1998 rogy Bnepsblie 6b121 NOCTPOEH aBTOMATUUYECKNIA BbICOKONPOU3BOAUTENbHbIN
KanuanapHbiu cekBeHatop AHK



BupgocneyundpuyHOCTb

N
~

ANCKpPeTHOCTb

OpraHusaumua reHoma

N36bITOYHOCTb

/

T~

Mo6buabHOCTb




BuaocneumdpuyHoCTb reHOMa

[eHOM coAepXUT MONHY WHPOPMALMIO O
dopmMMpoOBaHMM  MPU3HAKOB U CBOWUCTB
OpraHmM3ma B oHTOreHese, MHOOPMALMIO O TOM,
KaK BbIXKWUTb B C/IOXHbIX YCNOBMAX W KaK
npeaoTBPaTUTL noBpeXaeHus B
HacneacTBEHHOM annapaTte. [eHom 4yenoBeKa
dopmmnpoBancsa BMecCTe C  3BO/IOUMEN
yenoseka. OpraHusauusa reHoma Antobon
3YKAapUOTUYECKOU KNIeTKU nepapxmyHa:
HYKNeoTnabl — KOAOHbl — AOMEHbl — reHbl C
MEMreHHbIMMU Yy4aCTKaMWU — CJ/IOXKHble FeHbl —
nAe4Ym XpOMOCOM — XPOMOCOMbI — ranJionaHbIu
eHoM aapa Habop BMmecTe C XPOMOCOMHOMU U BHEAAEPHOMU
OHK. Pa3nunyatot reHom — 5% Bcen maccol [AHK.
Xpomocom (y yenoBeka OH coaeput 95 %
Bcen maccbl JHK) u reHOM MUTOXOHAPUIN




N36bITOYHOCTb reHOMa

XpomocomHaa [OHK noapa3penaetca Ha ABe Tpynnbl: YY4aCTKM C  YHMKAJIbHOW
nocnegosaTenbHoCcTbio nap Hykneotnpgos (50% Bcer [AHK) wmn  y4yactkm c
noBTopsAoWMMnca nocnegosatesibHoctamu (50% AHK).

Pa3nn4yaloT ABa OCHOBHbIX K/1acca NMOBTOPOB:

— ~

TaHAEMHbIe auncneprmposaHHbie




[lncneprmpoBaHHble NOBTOPLI

* B reHome 4yesnioBeKa OHWU 3aHUMAOT He MmeHee 46%. B reHome OHU
0OHapyKMBAKOTCA MOBCEMECTHO, MO3TOMY Ha3bIBAOTCA «AUCNEPrUPOBAHHLIMMNY
(T.e. paccesaHHbiMmM). OgHa rpynna AucneprnpoBaHHbIX nosBTopoB — [JHK-
TPAHCNO30HbI, Nepemellatouimecs b6e3 yyactma PHK, no mexaHnsmy «Bblpe3aTb-
BCTaBUTb». OcCTasibHble pPaACNpPOCTPaAHAKTCA Mo reHomy npu ydactum PHK —
PEeTPOTPAHCNO30Hbl. MexaHM3am unx pacceneHmMAa Mo reHomy npu NOMOLLMK
obpaTHOM  TPAHCKPUNUMM  HA3bIBAOT  PETPoOno3vUMEr N0  MEeXaHU3Mmy
«KONMpoBaTb—BCTaBUTb». OH TaKXe XxapaKTepeH Aana 60nblon rpynnbl
peTpoBunpycoB. Cambil U3BECTHbIN PETPOBUPYC — BUPYC MMMyHoaedUuMTa
yenoseka (BNY).

Y Hac ecTb U cobcTBEHHble, 3HAOreHHble BUpPYCbl. CO CBOMMWU 3HAOrEHHbIMU
PETPOBMPYCAMM YE/IOBEK POXKAAETCA, YMUPAET. 3HaYeHMe UX AN XO3AMUCKOro
OpraHM3ma BCe elle OCTaeTcA 3araaKou.



TaHAeMHble NOBTOPbLI

* TaHOeMHble nOBTOpPbI — OAMH U3 NepBbiX WU3Yy4YeHHbIX Knaccos [HK.
OnpepeneHne «TaHAEMHbIM» O3HAYaAET, YTO 3TU NOCAEA0BATE/IbHOCTU YCTPOEHDI
M3 O4YeHb MNPOCTbIX, OTHOCUTENbHO HeboNbWMX NocneaoBaTeNbHOCTEN,
VNOXEeHHbIX TaHAEMHO — «rooBa K XBOCTY». YYaCTKM C NOBTOPAHOLWMMUCA
nocnenoBaTe/IbHOCTAMU OT/IMYAIOTCA NO ANIMHE U NO YMCNY NOBTOPOB.

[1o Yncny NOBTOPOB:

a) - ymepeHHo nosTopsAtowmeca nocnegoatenbHoctn (4o 1000 noBTOpPOB B OAHOM
JIOKyce);

6) — BbiIcOKONoBTOpPAtOWMecs nocnegosatenbHocTh (bonbwe 1000 nosTOpPOB).
* K TaHOEeMHbIM NOBTOPaAM OTHOCATCA TeaiomepHble U catennntHble AHK.

TaHOEeMHble MOBTOPblI WUrPatOT BaXKHEULWIY pPOJb B CaMOM CYL,ECTBOBAHUMU
Xxpomocom. Jliobaa xpomocoma p[AonXKHa ObiTb OTrPaHMYEHa OT OCTa/IbHOro
reHeTUYecKoro matepuana (3to obecneymBaeTca YHMKA/NIbHbIMM CBOMUCTBAMMU
TenomepHon [OHK) v pgonHa HopmanbHO HacneaoBaTbCsA, MNPABUNALHO
«pacTackmBaTbCA», Npu ageneHnun knetku (ueHtpomepHas AHK).



AMNANOUKaLMA — MEXAHM3M N3ObITOYHOCTN FEHOMA

« AmMnandukauma (nat. amplificatio —  ycuneHue,
yBE/IMMEHME), B MOJIEKYNISAPHOU OBuonormm — npouecc
0bpa3oBaHMA  AOMNOJIHUTE/NIbHbIX  KOMWMA  Y4YaCTKOB
xpomocomHon  AHK, Kak npaBuno, coaeprkawmx
onpeaenéHHble reHbl nmbo CEerMeHTbI
CTPYKTYPHOFO reTepoxXpomMaTHhHa.

Amnanéukauma — oOAUH U3 MEXaHU3MOB aKTMBaLMMU

OHKOreHOB B MpoOLEecce pPa3BUTUA OMNYX0aM, Hanpumep,
OoHKoreHa N-myc npu pa3BuTMKM Henpobnactombl. TaKxkKe
aMmnanPuKkauma — HaKoMJeHMe KOMun onpeaeneHHou
HYKN1€0TUAHOWN nocnen0BaTe/IbHOCTU BO Bpems
NOJIMMEPa3HON LENHOW peaKkumn.

3HayeHne amnanduKkauMnm BeNuKo. ITO Mnpexae BCero
matepuan ansa ssonwoumn. bnarogapa stomy, noasuaacb
BO3SMOHOCTb  PEKOHCTPYyMpoBaTb 3Tanbl W  Bpems
AvBepreHumMmn 6enkoB 1 NX pasHOBUAHOCTEN.

1 =biH UHKN OMAAHQHKAYHM

1-wi 3Tan M
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https://ru.wikipedia.org/wiki/%D0%9B%D0%B0%D1%82%D0%B8%D0%BD%D1%81%D0%BA%D0%B8%D0%B9_%D1%8F%D0%B7%D1%8B%D0%BA
https://ru.wikipedia.org/wiki/%D0%94%D0%9D%D0%9A

N36bITOYHOCTb reHOMaA

N36bITOYHOCTD reHoma, nomMmmmo MHOIFo4YncianeHHbIX MNoBTOPOB, MNpeacrtas/eHda
y4aCTKkamMmun, He HeCyuwnmMmu MHCI)OpN\aLI,MI-O. K Takum y4aCTKaM OTHOCATCA.

® cnemcepbl — NOCAeA0BaTE/IbHOCTU HYKNEOTUAO0B, KOTOpble OTAENSAT OAUH
TPAHCKPUNTOH OT ApPYroro;

® CalTbl PecTpUKUMM -  NOCNeAoBaTENIbHOCTU HYKAEOTUAOB MO KOTOPbIM C
NOMOLLbIO PECTPUKTA3 MOXKHO pa3pe3aTb [AHK v BblAENNT HYKHbIN FEeH;

® UHTPOHbLI - NOCAenoBaTe/IbHOCTU HYK/Z1EeOTUA0B MeX4Yy 3K30HaAMMN, 6naro,£|,apﬂ

KOTOPbIM, B rTEHOME MOXKET NPOUCXOAUTb NepeKkomMnaHoBKa U obpasoBaHUe
HOBbIX FEHOB.

® [OHOPHbIE CaWTbl CNAAUCMHIA — MOCNeA0BaTeNbHOCTU HYKNEOTUAOB MO
KOTOPbIM NPOUCXOAUT Bbipe3aHNE MHTPOHOB BO BpeMA NMPOLECCUHTa



UNCKPEeTHOCTb reHoMa

[eHbl AUCKpeTHbl. CTPYKTypa reHa ABNAETCA MPEPLIBUCTON, O YEeM CBUAETENbCTBYET
COBPEMEHHOEe NpeAcTaBAeHMNE O CTPOEHUN TPAHCKPUNTOHA.

Cxema CTPOeHUA TPaHCKPUNTOHA

CTpVKTVpHBIii 610K

CCP| II 5 2 | T | CCP

1§ 1§ 1§

TCC
W
TCC
CC
W
CC

acc

Mpomotop — obnactb y3HaBaHuA PHK — nonumepason. CAAT — 610K - OTBETCTBEHHbIM Y4aCTOK 33 Ha4yaso cBA3biBaHMA ¢ PHK -
nonmmepason (Ha pacctoaHMM 60-80 H.M. OT TOYKM MHUUMAUMKM). TATA — BNOK HaxoaMTcA Ha paccToAHMM 10 H.n. OT CTapTOBOM TOYKMU
MHUUMAUMM TPAHCKPUNLUUM. DHXAHCEP — YCUIUTENb TPAHCKPUNUMKM Haxoautca Ha pacctoaHum 1400 H.n. CU — cauT uHMUMauum
npeactasneH Hykneotnagammu TAL, (uto 6yaet cootBeTcTBoBaTh AYI Ha U-PHK) — 3To cTapToBaA ToOYKa TPAaHCKPUMNLMKU. IK30HbI - Y4aACTKU
Hecywmne nHpopmaymio o benke, MHTPOHbI — Y4ACTKN He Hecywune nHpopmauymio. CC — AOHOPHbIE CanTbl CNNANCUHIA — 0O BbEANHALIOT IeH
B 04HO GYHKUMOHaNbHOE uenoe (LMCTPOH), KOTOPbIA U KOAUPYET OAMH noaunentua,. TepMmnuHaTop — 3TO YYaCTOK reHa, rae npekpaliaercs
pocTt uenu PHK, n oHa ocBoboxgaetca ot maTpuubl JHK. TepmruHATOP cOAepKUT Noau — A, KOMNNEMEHTAPHO 3TOMY y4acCTKy obpa3syeTcs
nocneaoBaTeNIbHOCTb HYKN1eoTMaoB noam - Y B nHpopmauymoHHon PHK. CCP — cnencepHbin CanT pPecTpuKLMK, KOTOPbIN OTAenAeT oauH
TPAHCKPUNTOH OT Apyroro.



OTKprTllle ANCKPETHOCTU
Nno3sosinz1o BblAE/NIUTL [ABe
OCHOBHbI€E Tpynnbl reHos.

1. CTPYKTYpPHbIE reHbl,
KOTOopble KOAMpYHOT
CTPYKTYPHble 6enkm wu
6enkmn — depmeHTbl.

2. perynatopHble reHbl,

KOoTopble KOOAMNPYIOT
b6enku,
KOHTpO/IMpYoWme

paboty CTPYKTYPHbIX
reHoB.

Knaccmcwaau,ma reHoBs B reHome

EHEI
|
Y Y
ANEPHEIE MUTOXOHAPHUANBHBIE
|
Y Y
BEJOK - PHK-
KOOUPYIOHIHNE KOOUPVIOHIUE
[
Y Y Y Y
«noiz?ub;'-lem [eHbl TepMuHaehot | | TPHE PerynaropHas PHK
X03saicTBa» Qe peHINPOBKH pPHK
Y raPHK

T'eHH TPaHCKPUIMLAOHHBIX
daxTopos




Knaccndpumkaums reHoB 1 nx GyHKLUUU

CTpPYKTYypHbIE
reHbl

HesaBucumbie (yHuKanbHble

TpaHCKpUNUMA He CBA3aHa C

AKTUBHOCTb

ITUX reHos

nocneaoBaTe/IbHOCTH) APYrMMU reHamum perynnpyertca ropmoHamu
TaHAEeMHble reHbl (ymepeHHO

NOBTOPAKOWMECA TEHbl, BbICOKO

NOBTOPAIOLLMECSH IEHbl)

KnactepHbie reHol [pynnbl reHos,

obbeANMHEHHbIE B [AOMEHDI
obuwen dyHKUMEN

PerynatopHble
reHbl

Hecneunduueckne: TATA — 6nO0K,
CAAT — 6nok, Bxogawme B obnactb
npomoTopa

Cneuudunyeckue:
3HXaHCepbI,
NHCYNATOPbI,
CanneHcopbl

3HXaHCcepbl —  YCUAMBAlOT
TPaHCKpUNuutio,
NHCYNATOPbI — WHIMOUPYIOT

TPaHCKPMNUMIO, CalIeHCOoPbI
OTKAOYaloT paboTy reHa,
JENCTBYA Yepes3 UHCYNATOPbI

Perynauua TpaHCKpuUnuumn naet

yepes 6enky,
3TUMM FEHaMMU

Konmpyemble




[[eHbl B reHOMe

HHCYHHTOpHBI@ Y4aCTKH Iletnm - JOMCHBI

ApepHble AOMEHDbI, npUKpenaeHHble
MHCYNIATOPHbIMU  YyYaCTKaMM K  JlaMMUHe
(nnacTuHKe), npumbiKaoweid K BHYTpPEHHeu
ApepHou membpaHe

[eHbl B reHome cobpaHbl B AOMeHbl. [lomeHbl
obpa3yloT netnan, KOoTopble NPUKPENnIawTca K
BHYTPEHHEN AaaepHON membpaHe. [nnHa netam
CUIbHO BapbUpPyeT, TaK KaK OAUH AOMEH MOXKeT
cogepxatb nnmbo oguH reH, nnMb6O HECKONbKO
reHoB, obpasylowme Kaactepbl UAN TaHAEMbI.
MNeTtnu dUKCUpyroTcs K MmembpaHe
MHCYNATOPHbIMK ydacTKamn AHK. Cneuncepbl —
OTAENAT OAUH FreH OT ApYroro. TPaHCKPUNLUUIO
AOMEHA UE/IMKOM YCUNMBAKOT 3HXaHCepbl, a
BbIKNOYAOT CaWIeHCOopPbl. IDTU TEeHbl MOTyT
HaXxoAUTbCA Ha AOCTAaTOYHO 6onblIOM
PACCTOAHUN OT NPOMOTOPOB U AEUCTBYIOT Yepes
NHCYNATOPHbIE BenKkn



MobunbHoCTb (MOABUMKHOCTL) reHOMa

— ~

TPaHCNO30HDbI PeTpoTpaHCNO30HDI

OcobeHHOCTb OpraHM3auUmMm reHoma 3aKJ0YaETCA B Ha/IMYMe MobuabHbIX (MOABUMKHbBIX)
reHeTUYECKUX S/1eMEHTOB, TaK Ha3biBaeMbIX «Mpbiratowmx» reHoB. OHM OTHOCATCA K
aucneprnposaHHbIM nosTtopam M coctasnarT 10 — 30% reHoma XKuBOTHbIX U 50%
reHoma pacTeHuU. ITO KOPOTKME HYKNEeOTUAHble NOC/NeA0BaTe/IbHOCTU, KOTOpbIE
aKTUBHO nepemellatoTca nMbo BHYTPM reHoma M3 O4HOro caiTa B APYyron B npeaenax
OAHOMN XPOMOCOMbI, TaK U Mexay Xpomocomamu, nmbo u3 ogHOro reHoma B Apyrom
reHom. Pa3nnyatloT ABa OCHOBHbIX K/acca MOABUMHBLIX TEHETUYECKUX 31eMEHTOB:

TPaAHCMO30HbI N PETPOTPAHCIMNO30HDbI. B OCHOBY K!'IaCCl/l(I)I/IKaLI,I/II/l 3d/10 KEH MEXAHU3M UX
nepemeLleHunA.

[MoABUMHbIE TeHeTUYECKUE 3NeMeHTbl, ABNAACL daKTopamMu M3MEHUYMBOCTU FEHOB U
Y4aCTByA B MNepecTpomKax XPOMOCOM, MMEIT OrpoMHOe 3HayeHue B npoueccax
3BOOLUM FEHOMA.



TpaHCno30Hbl — MOBWUIbHbIE 3/1EMEHTbI

* TpaHCcNoO30HbI (aHrN. transposable element, transposon) — yyacTtkn [IHK opraHnM3mos,
CMOCOOHbIE K NepeaBuKeHnto (TPAaHCNO3UUMKM) U PAa3MHOXKEHUIO B Npeaenax reHoma.
TpaHCNO30HHbI Ha3blBalOT «npbirarowmmm reHamm», OHMU ABNAIOTCA
npumepamm MobUNbHbBIX T’EHETUYECKNX SNEMEHTOB.

* TpaHCNO30HbI NEPEMELLLAOTCA C Y4aCTUEM KOMNaeKca benkos, KOTopblie obecneymsaroT
aKTUBHOCTb depMeHTa TPAHCNO03a3bl, KOTOPAA Y3HAET TPAHCMO30H U NEPEHOCUT ero B
HOBOE MecTO. TPAaHCNO30HbI Ha KOHLLaX MMET MHBEPTUPOBAHHbIE YY4aCTKM (MOBTOPbLI),
KOTOpble CONMXKAOTCA M TOYHO OTpe3atoTca oT y4dacTtkoB [IHK — xo3amHa. Pa3pbiB U
3aWwmBaHue obecneymBaeT TPaHCNO3a3a WM BCrnomoraTesbHble 6enku. TpaHcnos3asa
MOXET KOAMPOBATLCA KaK CaMUM NMOABUMKHbIM 3/IEMEHTOM, TaK U ero Konuemn.

P-3neMeHT Ip0o30¢Wisl AcC-3JIEMEHT KyKYypY3bI
JIL 4560 H.1.
31 R 31 g I 1
—8-—‘ —f -§>- — of for -
7/ &
N\/V/ VianeHue 4yeThIpeX MHTPOHOB, TpaHCNO30HbI 3YKapUOT.
5 3 MPHK Tparcrosassl P-anemeHT aposodunbl u Ac —
MPHK TpaHco3a3sl mocie CrulaiCruHra 3N1EeMEHT KYKYpy3bl.

B KJIETKaX 3apOAbIIIEBOro IIyTH


https://ru.wikipedia.org/wiki/%D0%90%D0%BD%D0%B3%D0%BB%D0%B8%D0%B9%D1%81%D0%BA%D0%B8%D0%B9_%D1%8F%D0%B7%D1%8B%D0%BA

TpaHCNO30HbI — MOBUNbHbIE 3N1EMEHTDI

TpaHCco30H
(o= e ol
ﬂggﬁ> Cen Tpaﬂcnoaaau< T30
UnsepruposanHsle noTopel JTHK xo3sfuHa
Perumuxkanus E
JTHK -
bpewnb
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l JHK-MuI1LEHD
jansinnne== == 1101000000
BcTpauBaHue

Cxema TPaHCNO3UUNU TPAHCMNO30HA.

OnucaHo ABa BapuaHTa TPaHCNO3MLUU
TPAHCMO30Ha:

1. AHK (McxoaHbIM AOHOPHbLIM CanT) —>
Konua canta (TpaHcno3oH) — [AHK-
MULLUEHb W pJanee penanuupyeTcs
BMECTE B HEW.

2. TpaHCNO30H BblpEe3aeTca U3 NCXOAHOM
OHK - nepemeLlaeTcs 7
BCTpanBaetcA B [JHK-muweHb u
Aanee penanumupyeTca BMecTe B HEMW.

NHBepTMpPOBaHHbIE MOBTOPbI TPAHCNO30Ha CONMMKAIOTCA M OTpe3alTcAa OT coceAHux yyactkoB [AHK xo3sauHa.
Bbipe3aHHbIA TPaHCMNO30H BHeapAeTca B paiioH AHK- muweHun, paspbiB KOTOPbIN Obl1 NOArOTOBAEH TPAHCNO3a30M U
C ee Xe nomoulbto cwumnsaetca ¢ IHK B HoBom mecTe, a 3aTem penamumpyeTca BMecTe C HeM.



PoJib TPAHCII030HOB B reHOME.

. Mhayunpyrot XPOMOCOMHbIEe
nepecTpomkn (BCTAaBKKU, Aeneuun,
TOYKOBbIE 3aMeHbl);

. Konun tpaHcno3oHoB obecneynBatoT
BO3MOXHOCTb peKOMbUHaUMmM mexay
XPOMOCOMaMU;

. YYacTBylOT B perynaumm akTUBHOCTM

reHa, BbIMO/IHAS GYHKUUIO
NPOMOTOpP3;
. [eHOm, HecyLwnm aKTUBHbIE

TPaHCMNO30HbI, 6onee BbIXKKMBaem. B
Xo4e 3BOMOUMM  3TU  SIEMEHTbI
obecneunsatot CeNeKTUBHbIE
NPenMmyLLecTBa OpraHuUsmy.
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PeTpoTpaHCNO30HbI — MODOWUNbHbIE 31EMEHTDI

* PeTpoTPaHCNO30HbI - MOOWNbHbIE TEHEeTUYECKME 3SNEeMEHTbl MNepBOro TUNa,
KOTOpble MOryT CamMOBOCNPOM3BOAUTLCA B reHOMe U ABNAIOTCA Be3aecylimmu
KoMmnoHeHTamun JJHK MHOrmMx syKapnmotmnuyeckmx opraHn3moB. PeTpoTpaHCNO30HbI
ABNAIOTCA NOAKACCOM TPAHCMNO30HOB.

* PEeTpOTPAHCNO30HbI LWKWPOKO pPacnpocTpaHeHbl Y pPacTeHUW, rae OHU YacTo
ABNAKOTCA  Ba*KHbIM  KOMMNoHeHTOM  aaepHon OHK. Y  KyKypy3bl 49-
78 % reHoma COCTOUT U3 PETPOTPAHCNO30HOB, Y NuweHuubl okono 90 % reHoma
npeacTaBneHbl MOBTOPAOWMMKM NOCNeA0BATENBHOCTAMU, U3 HUX 68 % —
nepemeLwarowmMmMmnCcA aieMmeHTamu.

Y MANeKonutaloWwmx npakTU4eckm nonoBuHa reHoma (45-48 %) coctout u3
TPAHCMNO30HOB WUAW OCTAaTKOB TPAHCMNO30HOB. [lpumepHo 42 % reHoma 4enoBeKa
COCTOUT U3 PEeTPOTPAHCNO30HOB, U OKON0 2-3 % — n3 JHK-TpaHcno3oHoB.



PeTpoTpaHCNO30HbI — MODOWUNbHbIE 31EMEHTDI

TPaHCKPUNUMOHHbLIMN
annapar KrerTtkm

e A.BantTumop m
. TemunH - naypeartsbl
Hob6eneeckomn
npemMmuvm no
meguuyuHe 1975 r.

PeTpoTpaHCcmo30HbI CXOIHBI I10
CBOEH CTPYKTypE C
IpOPETPOBUPYCAMH,  KOTOPHIE
BHEAPSIOTCS B T€HOM, HCIIOIb3Ys
MEXaHU3MBbI oOpaTHOM
TPAHCKPHUIILYH, OOparnas
TpanckpunrTas3a (PHK-3aBucumas
JIHK - mnommMmepasza) Oblia
OTKPBITA B 1970 180)i\%
aMEPUKAaHCKUMHU yueHbIMH [I.
bantumopom u 1. TeMuHbIM.



PeTpoTpaHCNO30Hbl — MOOUIbHbIE 3/1EMEHTDI

JHK (ctpenxu) obecrieyMBalOT Ha4yajlo ¥ KOHELl
TPAHCKPHIILUY, a TAKXKE PEIUIMKALUIO

~>-Tiposupyc—»{ BB {8 PeTpoTpaHCIIO30H
* TpaHCKpUITIUA L
A~ PHK A~~~ PHK

O6pa3oBaHue 6€JIKOB
BHPYCHOM YaCTHIIHI,
a TaKkxe
peBepTa3bl/MHTErpaskbl

BupycHas yacTHIia,
criocoOHasi K 3apaXeHHUIO,
WIA BHpYcCOIoao0Has,
nedexTHas

JTHK o OOpaTHas
PHK s~ AAAA> TPAHCKPHIIIASA

BcrpauBaHue,
BB >f# yurerpasza

IlepeMelieHHe PeTPOTPAHCIIO30HA

PeTpoTpaHCNO30HbI - BHYTPUIE€HOMHbIE
3/1€EMEHTbI CMocobHble K
CaMOBOCIMPOnN3BEeAEHMIO. 2Tn 3/1eMEeHTbI
coAeprKaT «Tesion pasmepom 5 — 8 TbIC. H. .,
OrpaHUYEeHHOEe OJINHHbIMU KOHL.eBbIMU
nostopamn  (AKM). Yucno Konum  3TUX
3/IEMEHTOB [A0CTAaTOYHO MOCTOAHHO A/sa BMAa.
B coctaBe «Tena» anemeHTa ObHapyXMBaKOTCA
OTKPbITblE PAaMKW CYMUTbIBAHMA ANA 0OpaTHOMU
TPaHCKMNTa3bl W  WHTerpasbl (Hykneasbl -
KOTOpasa Bblpe3aeT MecTo BcTpamBaHuA). OamH

n3 cnocobos nepemeLleHusn
PETPOTPAHCMNO30HOB npegnonaraet ero
TpaHcKkpunuuio ¢ nomowbio PHK-nonmmepassbl
. CuHTesnpyemas MOJ1eKyna PHK

TpaHcaunpyetca ¢ obpasoBaHnem ¢GepmeHTOB,
Heobxoaumbix ana cmHte3a [HK n BHegpeHusn
ee B reHom. JTa Cxema MOJIHOCTbIO MOBTOpPAET
cxemy 0bpa3oBaHUA U MHTErpaLumn NpoBMpyca.



6.

Ponb peTpoTpaHCNO30HOB B reHOMe

Bo mHOrmx CNydaAax sHeagpeHUNEe PeTpoTPpaHCNO30Ha NpnBoauUT K UHAKTUBALUUN TEHA.

MoxeT PEe3KO aKTUBU3UNPOBATb 3KCMNPEeCCNIo reHa. Echun I'IO,EI,BM)-KHbIVI /1EMEHT OKa3a/J1CA
OKOJ1I0O MNMPOTOOHKOreHa, TO 3adlyCKaeTCA OHKOreHHaAdA nporpamMmma, Beadywaa K
3/10Ka4eCTBEHHOMY NnepepoKAeEHNO KNETKN.

Tpancnosnuma NOABMIKHOIO 3/1eMeHTa W3MEeHAET PEeryaaTopHble CUCTEMbI KNEeTKU.
MIMEHHO TaKoM NPOMOTOP MOMKET NepenporpaMmmmnpoBaThb XxapakTep paboTbl reHa Kak oT
BHELLUHWUX CUTHA/I0B, TaK U OT BHYTPUKIETOUHbIX PErYAATOPHbIX CUCTEM

[epemelieHne 31eMeHTOB MO reHoMy cnocobCTBYET PAcnNPOCTPAHEHUID PEryNSTOPHbIX
CUrHaNoB  (CaTOB  MHMUMALMK  TPAHCKPUNUWUMK, CUTHANOB  MONMALEHWUI0BAHWA,
SHXAHCepoB), YTO AenaeT 3HauYUTeNbHON POosb MOBMAbHBIX 3/1EMEHTOB B 3BOIOLMK
CUCTEMbDI Perynauunm.

PeTpoTpaHCno30Hbl 6€3 A/IMHHbIX KOHLEBbIX MOBTOPOB COXPaHAIOT KOHLIbI XPOMOCOM B
pagy nokoneHuun, yannHaa KoHubl AHK, cnacaa xpomocomy OT yKOpauymBaHWA, eCciu
OTCYTCTBYET Te/loMepa3Haa aKTUBHOCTb.

YyacTBYyOT B MKkBMgaumm paspbisos AHK, coxpaHAAa ee LenoCTHOCTb.



OcobeHHOCTU MUTOXOHAPUANBHOIO
reHoMa

1) mTIHK HacnepyeTcs 110 MaTepuHCKOMy TUITY (10J1s1 OTLOBCKUX
MUTOXOHApHUH B 3Urorte — oT 0 710 4, MaTepUHCKUX - A0 2500 rocie
OIIOAOTBOPEHMS peIJIMKAls OTIOBCKUX MUTOXOH/IPUHA OJIOKUpYETCH );

2) koMOMHaTHUBHAsA UBMEHYUBOCTD (Meiio3) orcyTerByeT (MTAHK MensieTcs
TOJILKO B pe3yJibTaTe MyTalui);

3) MUTOXOH/IpUAJILHBIA FeHOM HellpepbiBeH, OH NMPAaKTUYECKHU He COAEPKUT
UHTPOHOB (U3BECTEH OJUH UHTPOH - -0K0JI0 1000 HYKEOTHI0B);

4) B MT/IHK HET rucroHOB U OTCYTCTBYeT cucTreMa pernapauuu /JHK
(BbICOKAsA CKOPOCTH MYTHPOBAHMUS );

5) BHYTPH OJJHOM KJIETKA MOT'YT QYHKIMOHUPOBATH MUTOXOH/IPUH C
pasubIiMy TUNIaMu MT/IHK - rereporuiazmus;

6) B MT/IHK TpanckpubupyroTtca obe uernu, npudem ko MTIHK HeckoJIbKO
OTJIMYAETCA OT AJIEPHOTO;

7) myTtanuu MT/IHK J1exkaT B OCHOBE MUTOXOH/|pUaIbHBIX DOJIe3HEH,
OTJINYAIOUIUXCA OT MOHOTE€HHBIX 60JIe3HEH He TOJILKO 0COOEHHOCTAMHU
nepejiayy U3 MOoKOoJIEHHUSA B IIOKOJIEHH 110 MATEPUHCKON JIMHUU. HO U
OOIMMHU IIpU3HAKAMH KJIMHUYECKOW KapTHUHBIL.




* B pe3synbraTe 3aBepuwleHna nporpammbl  «feHOmM  4enoBeKa» W aHanm3a
nocnepoBatenbHocten [HK, KoTopbie Hakonuaucb B 6a3e AaHHbIX, Obian caenaHbl
HEeOXXMAaHHble OTKPbITUA.

Camoe nopasutenbHOe OTKPbITME NPOrpamMmmbl — B reHOMe 4esioBeKa 04YeHb Masno
reHoB, Kogupytowmx 6enkn (CTpyKTypHbix reHoB). OxKupaanocb, YTO OOHApPYXKUTCA He
MeHblle CTa TbicAY reHoB. [0 OKOHYaHWUWM TOTA/IbHOrO CEKBEHWUPOBAHWUA, pPa3Hble
KOMMNbIOTEPHbIE NPOrpammbl Bblaann oueHku ot 21 go 39 TbicAY (MOXKHO 3aaaBaTb
KPpUTEPUM C PA3HOM cTeneHbio cTporoctn). OaHa M3 NyyYWwKMX NPOrpamm HaCyMTana
26688 reHoB. TOYHOE KONMYECTBO CTPYKTYPHbIX FEHOB, Koaupyrowmx 6enkmn, oo cux nop
He n3sectHo. Cenyac NPUHATO CYUTATb, YTO B reHOME MOXeT nomecTuTbca okono 30000
reHoB. Co BCEMU 3K30HAMM N UHTPOHAMWU, NPOMOTOPHbLIMU PANOHAMU U APYTUMU
0b6CNYXKNBAOWMMM TPAHCKPUNLMIO NOC/IeA0BATE/IbHOCTAMM, BCE 3TO BMECTE 3aHUMAET
oKono 5% reHoma. Ecam cuutaTb TONbKO TO, U3 Yero nosnydyaerca 6enok (He cuurtan
WHTPOHDbI, NPOMOTOpbI), nony4yaerca 1% reHoma. OgnH! A 99% [IHK reHoma He MMetoT
HMKAKOro BblpaXeHua B benke. B ocHoBHOM 310 nosTopArowaaca AHK.



MpaKTnueckoe 3HauyeHue nporpammbl leHom yenoseka

. ANarHoCTMkKa U nevyeHUe HaAC/NIeaACTBEeHHbIX 3aboneBaHu no pe3y/ibTaTam
CeEKBEHUNPOBaAHUA N'EHOB,

. NAEHTUPUKALUMA reHOB U BbIABNEHME NPEAPacnoNOKEHHOCTU K 3ab0n1eBaHNAM;

. NPeaoTBpalWleHmne oTpULUATeNbHbIX PeakUUn y Ntoaen Ha nekapcrTBa (reHOMHas
dbapMmaKoreHeTUKa);

. TfeHOMHaA AaKTUZTOCKOMUA N 3THOIFreHeTnKa, yCtaHoB1eEHUE POACTBEHHDbIX cBA3eMn.
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3HaYeHMne reHoma YyenoBekKa

B Hepanekom byayuwem moryT 6biTb peLueHbl npobsiembl:
. TEHOAMNATHOCTUKW;

reHoTepanuu,

NOCTaBKWN NIEKAPCTB B MOPAXKEHHbIE KNETKYU;
3aMelleHna AePeKTHbIX FeHOB;

CO34aHWNA reHHOro NacnopTa YenoBeKa;

PEKOHCTPYKLUMM 3TAaNoB aHTpPOMNoreHesa;

N oA w N e

reHEeTMYECKOro TeCcTUPOBAHMSA M BbIABAEHMA TPYMANbl pUcka no 6onesHsm ¢
HacneACTBEHHbIM NPeApPaCcnoOKEHUNEM;

8. TEHOMHOWM AAKTUNOCKOMNUMN.



KoHeuHO, BeIMYaWIIMe OTKPBITHS IMOPOXKAAIT MacCy MOpPajdbHO — 3THYECKHUX,
IOPUINYECKUX IIPpOo0JIEM, 0COOCHHO pabOTHI 110 TPAHCTEHO3Y, CO3JaHUE OPraHUu3MOB C
APYTUMH BUJAMHU I'eHOB. Besb M3BbATh M3 OMOJIOTMYECKOM CHCTEMBI BBEJACHHBIN I'€H
yK€ HEBO3MOXKHO. A BE€Jb OH MOXET MYTHPOBaTh U MPEACKA3aTh €ro IMOCICICTBUS
HepeallbHO. Hampumep, B AMepHKe co37aM COPT KapTrodens, Kylda BKIOYECH
OakTepHadbHbIA T'€H, KOAUPYIOIIMKA TOKCHUH, YOWBAIOIIUNA JWYMHOK KOJOPAJICKOTO
KyKa. ITOT TOKCUH CUYATAETCS OC3BPEAHBIM JIJI YEJIOBEKa 1 )KUBOTHBIN, HO B EBpoIty
3TOT COPT HE Pa3pEeLIUIU BEIBOUTD.

B3pocnana 0cobb u IMUNHKA
KOJIOPaACKOro XykKa



OpHaKo Yyenosek BO UMA COXpaHeHunAa umsuninsauumm npocTto 06a3aH
npeoaosietb BCe onaCHOCTU, cBAsadHHbIE C OTKPbITUEM reHoma!

Cnacubo 3a BHUMaHue!



