OCHOBBI OMOXMMMUM.
Jlexusa Ne4

IIpoueccnl ¢ yuactuem HK:
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TPAHCIALUASA



LleHTpajabHast JOrMa MOJICKYJIAPHOU IreHeTUKH (P.Kpuk)

* ITO NYTH MEPEHOCA TeHeTUYEeCKOW MH(pOpMaIUH
B KMBOMW IIPUPO/IE.

Pemnkanus -

Tpanckpunuus
Tpancassuus




3 3Tana o0padoTKHU reHeTHYeCKOM HHpopMaIuu

1. Pemaukauus — konupoBanue poaureabckoun JIHK ¢
oOpa3zoBanuem gouepHux JJ1HK, HK-mmoc/1e10BaTEILHOCTD
KOTOPbIX KOMILJICMEHTAPHA POAMTEIbCKON U
onpenessieTcs €.

2. TpaHcKpunuus — Npouecc nepenucbiBAHUA YacTH
reHeruyeckon unpopmanuu ¢ 1HK na m-PHK.

3. TpaHcasiuusi — OMOCHMHTE3 0eJIKa: reHeTHYeCKas
uHpopManusa, 3anuMcaHHas B Bujae 4-X OyKBEHHOI0 Koaa
Ha M-PHK, nepeBoaurcsa na pudocomax B 20-TH
OYKBEHHBIN KO 0€JIKOBOM CTPYKTYPbI



Penaukanusa

Peruiukanus — 310 npouecc yaisoenust J/IHK.

° JIOKAJIbHOE pa3aejieHue 2-X KOMILJIEMEHTAPHbIX LeNen;

* KaXXAasl U3 POAUTEJbCKHUX LENMeH CAYKHT MaTPUIleH
I JocTpauBaHusa HOBOU (modepHeit) JIHK mo
NPUHIUIIY KOMILJICMEHTAPHOCTH OCHOBAHUN;

° B pe3yJbTrare reHeTu4eckass MHpopMalus MOJTHOCTHIO
yABanuBaeTCs.




Pennukauus

Hcexoanas uens

ad A
O6pazosanue
HOBOH




Penaukanusa

MexaHu3M perinKanuu

HA3BIBAKOT MOJYKOHCEPBATUBHBIM —
2 ey poauTeIbCKOM

MoJieKyJbl JTHK oka3sbiBaroTcs

B Pa3HbIX JT0YEPHUX

moJiekyaax JAHK.




Penaukanusa

PensimkaruBHas BHJIKA

o Jlmaupyrouias uenb
CUHTE3UPYETCH HeNpepPbIBHO B
HANPABJICHUM JABUKCHUS
PEeIJIMKATUBHON BUJIKH (5' — 3').

- 3ana3abiBaOIasi HelNb
CUHTE3UPYETCH KOPOTKUMHU
¢pparmenTamu Oxkazaku (1000 .
H.), KOTOpPbIE 3aT€M CIIUBAIOTCH.

o 4
2 TouKa CLUMBKA
4F\ dparMenTce
Oxazarm
Epews nocne
2. Y BANEHNA 3ETRAEKN

CHHTE3 nnmswv:m,:m\.\
uenu S

PHC. 3. CxeMa OCPaaceaHna ouspH uensi JHK e
[P2RNNEATHE RO BMNKE, NIMAMPYIWAS UENE CHHTE2MpY-
8TCA HENPepHEHO, OTCTAKIWESA UENb CLUMBAETCA M3
PpanMeHTOB OKaaarkn nocne yaaneHna PHK-aaTpasox
W 2308NbIBAHAA OpeLL2i



Penaukanus

I'uranrckue moJsiekyJabl JHK umeror MHOTO yyacTKkoB
PeMIMKAIMMY - PEIVIMKOHOB. JTO 00ecneynBaeT IKOHOMHUIO
BpeMeHH W npeaorBpamaer gecnupaiausanuio scen THK.

'F'Eﬂ.l'IHI‘ZETHBHhH BHHI'-H‘I

PHC. 2. Penniscaum JHE SEApHOTHSCH P00 CoMEl. TEEKAZEH GIHH M3 MHITAX PETMEOHDE.
PEMMEETHEHEIR BNEW JEMKY TCA B NRSTHEIN ONOAHED HANZEENSHATE OT TOUKH HEHANA PNMMEELMH



JHK-pensinkaznaga cucremMa (penjucoma)

KoMiuiekc 0eJ1koB-(pepMEeHTOB M 0€JIKOB ¢ APYruMHM
pynkuusamu (0osiee 20):

1. JHK-xeauka3a u gecradmiausupywmue oeaxku pacmieraot JAHK,
(GpopMHUPYIOT PEIVIMKATUBHYI0 BUJIKY.

2. JIHK-mosmMepa3sbl BeAyT CHHTE3 B HaNpaBJ/jieHUu S' — 3' 0CHOBHOU
Henu 1 KOpoTrkux ¢pparmenToB OKa3aku oTCTaOUIed LEIu.

3. JIHK-npaiima3a karaausupyer koporkue moJiekyasl PHK-3aTrpaBku
(BIOCJICACTBUM YIAJISIIOTCS).

4. IHK-1urasa coenunsier pparmentbl OKazaku.

S. IHK-rupasel 3akpyunsat cnupajsb JHK u BoccranaBiuBaoT

ee CTPYKTYpY.

Pemuimkanusi nporeKaeT ¢ OrpOMHOM CKOPOCTHIO:
Ipoxkapuorsl — 3000 n.H. B cekynay !!!
Jykapuorbl - 100-300 m.H. B cexyHay.



JTHK-peninkaznaga cucreMa (penjucoma)
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JHK-perimkaznasa cucremMa (pemnjiucoma)
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Puc. 2. AHEK-NoNmepassl KaTanM3MpBoT NPM HANWM PHE-ZaTpaBKM CHHTES JH K M3 D=0 cH o GoHy ke cenarpugoc-
PaTOB (AHTD), KOMIUEMEHTaPHER HYKNeoTMaaM AHK-MaTpuubl, HApSUMESA U2NE NO OOHOMY 3B2HY (cTanm 72). OHK
NP2ESEANT NRIEMNEHOCTL NOAGHE NOCN=OHSA NAPLI OCTHOE3HWA M B CIYYa e NPMOoS OMH2HMA HENPDGBWEHO CRapeHHNr o
HYKN2O0TMAS (CTAaMa 7 0) BRIPSEAT ero (ctagm 2). PHE-3aTpaeka otamwdaeTca or JHK KTYPO# CAaXapHOro oCratea
(COQ2PAMT BMECTO 2'- S30NCHPUGCEE! PHGOEY, UTO CXSMATHRCEN OTEEXEHO KaK Hannume -FPYME) M NPUCYTCTEMEM
OCHOBEHMA y1I2aumna (L) BMECTO TUMMHE (T).
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FAC. 2. CTEepMa, HNIrOCcTpyHILLEaD BOEHAEHIESHH S
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Teaomepasa u pak

AnHHa TenomMep
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PHC. 5. CxXerda, MANKCTOMPY HOLWLLESS CESak ONHHE TE-
NoMepHsE JHE M SETHEHOCTH TENOMEPSsHE © OSo-
R HHOCTORA KNS TOUHOMN: 08 NEHWAG PaEnHUYHER THNOE

ENeTH



MyTanuu

MyTauus - uaMeHeHue nocjaeaosarejbHocTu JIHK,
reHeTH4YecKasi oluoKa, Koropas OyaeT BOCIHPOU3BOAUTHCS
BO BCeX MOCJEeAYIOINUX MOKOJCHUAX KICTOK.

Yacrora myranui Bo3pacraer moa AeuCTBUEM MYTArCHOB:
e dusnyeckue (YP-, HOHU3MPYIOLIEe U3JTYydeHHue U Ip.)

e XumMH4YecKkHue (pa3jM4Hble TUNbI COeTUHEHUH)
 buosornyeckue (Bupycni, MI'J, HekoTOpBIE (hepMEHTDI)



Penmapanus JIHK

e [loBpexaenusa IHK cBoasiTcst K MUHMMYMY OJ1arogaps
HAJIMYMIO B KJIETKe 0COObIX CUCTEM penapanuu, KOTopbie
Y3HAIOT 3TH MOBPEKIACHUA U MCIIPABJISIOT UX.

e Cucremsbl penapanuu BOSHUKJIM B MPoIecce 3BOJTOINHT
IJISl OJIEPKAHUA CTA0OMJIBHOCTH T€HOMOB.

e CucremMbl perapanyum B KJETKe — 3T0 (pepMEHTHI U
(pepMeHTATUBHBIE PEAKIIMH AJISI BOCCTAHOBJICHHUSA
npaBujibHOU cTPYKTYphI JHK.



Tpanckpunumus

Tpanckpunuus — Npouecc nepenucbIBAHUA YacTH
reHerudeckor uapopmanuu ¢ AHK na m-PHK.

e J10 OMocuuTe3 Henu M-PHK, HykieoruaHas
IOCJIEI0BATEIBLHOCTH KOTOPO KOMILJIEMEHTAPHA

y4yacTKy Ha ogHou u3 uenen /JIHK.

e M-PHK nmocrymaer B pud0CcoMbl, CIAY;KMT MATPUIIEH U
HAINPAaBJISIET CUHTE3 OHOI0 UJIM HECKOJIbKUX 0eJIKOB.



Tpanckpunuusa




Tpanckpunuusa

* Onna u3 2-x neneit JJHK cayxxkur marpuunei
* Hykueoruanas mnocienoBarebHOCTh M-PHK komiuiemenTapua
y4acTKy Ha oaHoi u3 ueneu JJHK.




TpancKpuNUUsA y NIPOKAPHOT M SYKAPHUOT
Tpanckpunuus npoxoaur B 3 yramna:

1. Huaunuanus —Ha4dajo cuHre3a, npucoeaunenue PHK-
oJIMMepasbl K mpoMoTopy - yyactky JAHK,
YKa3bIBAKIIEMY HA HAYAJI0 TPAHCKPUIIIUM,

2. DJIOHTAllUs — MOCJIeA0BaTeJbHOE IIPUCOECTUHECHUE
CBOOOIHBIX HYKJI€0TUA0B K MaTpuue - /IHK mo

NPUHIMIY KOMILIEMEHTAPHOCTH OCHOBAHHUU, T.€., POCT
nenu M-PHK.

3. Tepvmunanus — 3aBepuieHue omocunresa m-PHK B
y4acTKe - TePMUHATOPE, KOTOPbIA YKAa3bIBAET HA
3aBepLICHUE TPAHCKPUIILUM.



IlpoueccuHr — popmupoBanne GPyHKIHOHATLHO
AKTUBHBIX MOJIeKyJ M-PHK

CrnutaiicuHr — yaajieHue
UHTPOHOB
(HeKOAMPYHOLIMX
Y4aCTKOB I'€HOB).
JK30HBI - KOAMPYIOLIUE
Y4aCTKHU I'€HOB.

IIpucoenunenue K 3'-
koHny M-PHK poly(A).

IIpucoeauHenue Kk S '-
koHIY M-PHK ocrTarka
METUJIT'YAaHO3UHA
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PHC. 1. CoRPSBAHIR WHECEMALIOHHON PHE: HYKNSOTHIHLIE NOCIR0BATE NLHCCTH MHTPONDR Y AANAKITCH, 3K30HE CLU-
BAKITEA (CNNGNCHT ), CTORMEA Ha 5'-HoHLLE VH33LIBAET HAUAIYS TRAHCKHILUN,



Ipoueccunr MPHK

oM 1 Mutpon 1 SHEOH 2 HutpoH 2 Swackd




AJIBTePHATUBHBIN PeryJupyeMblil CIJIANCHHT

P -

M ~ 1 T 2 1]

AJIbTEPHATUBHbINA CIVIANCUHT
NPUBOAMUT K 00pPa30BaHUIO
pasubix MPHK, koqupyrommux
0eJIKM C pa3HbIMHM CBOMCTBAMM.

[T TE[d]FHKA

o-CNHpANE B C2rks

| 1 |al4 | PHE2

F-CTPYETYE B GENKe

FOOMEYSAif O nok

|

o-CNWEME  B-CTIVETYPa

PHC. 3. PazHuE MYTA cmaiciHra PHE-NpSQweCT-
ESHHAKS (ANETEOHITHEHEIN CIUMEACHHD NPABOIAT K
IIIL'IIIIH-E‘LEEHI-'IEIHHIIIJDM-EIJHDHHDHH-W KM EyHILLEN
GENKM © CE3HEMK CROACTERAMA. KPACHEE NpamMo-
WICNEHMEW SO0 3HAYAKT SE30HE, MCNONe3y emMble Mo
DGOHE ITyTEE ANBTESRHATHBHCT O CNNARCHHra. Jene-
HES W CHHAE NPAMOYMOMEHHEN 000E3HAYART SETHE,
EOTOORE NP ANBTEPHATHEHOM CIUMARCHHE MOMT
Eb2E3ATECA W, CNEOCEATENEHD, BROVT G200 KAK HH-
TROHEL. JIMHMK, CO2MHALME S330HE HAL NpamMo-
YIONEHHESMA K NS0 HMK, YEA3EBACT [EEHBEE TTYTH
CNNAACIHra.



Tpancasinusi - buocunTe3 0esika
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Tpancasinusi - buocunTe3 0esika

aaz-tRMNAS
, arrivin
Gr-::-wing i 0 ',_r
polypeptide @ HaoN—C—g
chain . : I ¥
L]
Riboﬁarﬂ?{‘
ERM Ay
leawing
CAas

mIRMA

— LS e =
Coodon Codon Codoan
S ad adxy

A FIGURE 4-19 The three roles of RMA in proteirn
synmithesis. Massanger RMA (mMRMA) is translated into protsin
bry the joint action of transfer RMNA (TRMA) and the ribocsoms,
which is composed of nuMmerous proteins and twwo major
ribosomal RMNA (rRMNAY molacules (Mot showvwn). Nots thae bass
pairing batwsaon tRMA anticodons and compleamasntary oodons
in the MRMNA. Formation of a peptide bond betweaan the amino
group M oon the incoming aa-tRMNA and the carbosog-terminal O
on the growing protein chain (purple) is catatyzed by one of tha
rEM A=, @aa = amino acid;, R = sidse group. [Adapted from

A 1. FE Griffich= et al., 1299, Adodern Gemstic Arabysis. W H. Fresman
and Company.]



Crpoenue pudocom

PubocoMbI — KJI€TOYHbIE OPTaHOU/IbI =

(40% 0eaxu, 60% pPHK). g)=“ N

IIpoxapuorsl - 70S (30S + 50S)
Jykapuorsl - 80S (40S + 60S)

Mauas ' Pa3memenue B pud0coMe OCHOBHBIX

cy0bequHHULa 0" (PYHKIUOHAIBHBIX JJUTAH/I0B
(uemn MmPHK u aByx TPHK).

IHosocTh MexKay CyOuacTuAMHU —

[VIABHBIA QYHKIUOHAJIbHBIN KaApMaH

puodocomsbl. llenb MPHK ckanupyercs

——— pudocomoii ot 5'-koHIA (roJI0Ba LEINHn)

cyGbeTunuIa K 3'-KOHILY (XBOCT L€MH).

e B 8 M E e § [ R N RS ST e et B Bt 8 e [ e W el N g



JTanbl OMOCHHTE3a 0eJIKa

FHMLMELMA SNOHrEuMa TeprHaUMA
i IF1 EFTu EF1
DEETOPE 4 | =] EFT= RF2
IF2 EF =] =i
PUGI20mMa -
—————— -
HPHE

TPHE

T Met

B ok

O01mas cxema npouecca TpaHCAIUUN



Tanbl OMOCHHTE3a 0eJIKa

AKTHBALUSA AMUHOKHCJIOT (MMPOTEKaeT B IIMTO30J1€):
Kaxaasa u3 20 a.K. KOBaJEHTHO NPHUCOEANHSAETCH K CBOeH
TPHK npu nomomin  ¢epmenroB amunoanmia-T-PHK-
CHMHTETA3).

NHaunuanus noJvMnenTuIHon memnu.
DJIOHTAIMA MOJUNENTHIHOM e,
TepMuHanust 1 BLICBOOOKIACHHE I/TI LIEIH.

CBopauyuBaHue /1 Henu U MPOUECCUHI: AJIsI IPUHATHS
HATUBHOM (pOopMBI OeJIKA.



2. MHunuanus noJunenTuaAHON Hemnu &
MPHK cBsibIBaercs ¢ maJioii cydouacTune pudoCcomsl,
a 3aTeM U ¢ MHUIHMUPYIOLIen a.K., MIPUKPEIVICHHOU

K TPHK- o0pa3yercss MHUIUUPYHOIMHA KOMILJIEKC
(mpoxkapuorbl — N-popmui-Met, sykapuorsl — Met ).

SYKAPHOTE
", | CxawMpoBaHme TpaHCRaLMa

PC. 1. Cren aTHYSCKOS NPSNCTABNEHHE OBV CNOCOG0R BElCOLA [0W G0CCR! HOM UACTHLE (Ma N PWSCCOMHOR Cy BUacTH-
Ub ) HA CTaPITCEY K2 No3 UMK TRAHENALWA & PHE: Cnoco Teps iHaneHoR HHIUWAUWA , CEOACTESHHEIN 3y KApHOTE (BEBSp-
A1 W CNOCTE BHY TRSHHSA WHALWALMK, HCNONE3YEMEIA B OCHOBHIA NDOKAPHOTES W (EHHEY)



3. DJIOHralUs MOJUNENTHIHOM 1enu:
/1 1enb YIJMHSAETCH 32 CYeT KOBAJEHTHOI0
NPUCOEeTUHEHUS A.K., KAXKIAasA U3 KOTOPbIX
AOCTABJISAETCSH K pudOCOMaM M BCTPauBaeTcs
¢ nomomib10 TPHK, oOpa3yromeil komimjiieMeHTapHbIe
napbl ¢ orpeyaromum e koagonom Ha MPHK.

mRNA
5

3

A G C UG A C G C G G A CAA

Ot 1 1o
>l 1 1C
CrLi»>

-2»00

- /-/-\ =
incoming tRNA carrying

newly synthesized amino acid chain ’ an amino acid




4. TepMuHaNMA ¥ BbICBOOOKIEHUE I1/11 LEIH:
TepmMuHupyOIuid KoAoH Ha MPHK (UAG, UGA, UAA)
CUTHAJIM3UPYET 0 3aBepPlIeHUU CUHTE3a,

/11 1enb BHICBO0OOKIAeTCS U3 pUOOCOMBI.

FHUUMauMa ZNoHrauMaq TepruHauMg
IF1 EFTu RF1
hakTOpH [ IF2 EFRT= RF2
IF2 EF G RF2

PGz Ok [

TRPHE

T et

Esanc

Prc. 2. 0061189 Cxspa NPOoLESsSCsE TEaHcnaumi . NoacHSHME G . B TSEC TS,



I'eneTnueckuu Koa

IIpu OMocuHTe3e 0eIKa MH(pOpPMALHS 0 MOCTAET0BATEILHOCTH
HykJeoTua0B HAa MPHK cunthiBaercs mo 3 Hyk/jeoTuaa
U NEePEeBOAUTCH B MOCIEA0BATECIbHOCTH AMUHOKHUCJIOT.

I'eHeTHYeCKMI KO — 3TO NMPaBUJIA NEePEBOAA MOCAEA0BATEIbHOCTH
HYKJICOTHA0B B AMUHOKHMCJIOTHYIO NOCJIEA0BATEJIbHOCTH 0€JIKOB,
T.€., COOTBETCTBHE OINPEIACJTCHHOU MOCIeI0BATEIHLHOCTH
HYKJICOTH/I0B OIpeae/ICHHOU aMUHOKHCJIOTE.

I'eHeTHYecKMil KO ObLJI MMOJTHOCTHIO paciiugpoBaH K 1966 r.



I'eHeTnyeckuu Ko/

Tabnuua reHes THSESCEOND KoL

Mepeas Bropaa GyEEBEa B KOIOOHS TpeTEA ; Hn )
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Ban Aaa [y Im LI PHC. 3. EHETHIECEMA KO0, B KRy TORCA opMe. AnaHa-

MAJHOCTH CHMMETPHKA BEKEH M3SPaHHBIA NOpALOK

IMpwaeaaane: 11— ypaown, © — OATOHH, A — aneHHH, &G — CHMBONGE NG YSCTB0A CTRENKE: U-C-A-G,

waHHH — ocHoEHEA PHE. B radnaoe npsacraiteHE] Tpes -

CVEBe HHEIR COKPQIOeHHA HAHMeHOBAHHE SMBAHOKRCIOT, a3 S TSURRERACAS A 4SS BB IAY TSR 20y N2 NN Y
TAalDE:e FX VoTOEHEE GOoTHATSHAA B BHIOe OTHENEHER OV KE M - NonApHEE, HIT- HENONApHEE. ,nmrna oGoahae-
NMPHHATER B SHoxHsEn. [Tpogepi s konoHoe: Llas TG HIE: » — TEDMUHANEHEIS HOHCEHCH (Term. |, & - K0Oc-
THGA VEAaSEIES ST Ha Ty, IO OHH He KOIEDY 10T 8B EO K ECT T - Hil, KOIAPYIDLLINE BMIHOKWCAOTE Met WV, Ho & Onpe-
HERX CCTATECE, 3 ARTARTCA CHIHAMAMH TopMETH CIFE TPaEC- SN NESTRERCNEN PWRACER I [ N HELSI HEE. -
JEITHHE, TO @CThE CoTaHGBER CHHETS=3 02 KA, KOB TEAHCNAUWK, & — CEPMH C BRIDCKISHHOCTLD 6.

MpaBuna CHMASTRAW M. B TRECTS



XapaKkTepuCTUKH FTeHeTUY€eCKOro Koaa

Koa TpUILIETHBIN — KaXKAasd aMUHOKUCJIOTA 3a1aeTCH

MOCJIeA0BATEAbHOCTHIO U3 3-X HYKJICOTH/I0B (TPHUILJIETOM
WJIA KOAOHOM).

Koa BbIpOKIeHHBIM — 00JbIINHCTBO a.K. KOAUPYETCHA
0oJ1ee, YyeM OJHUM KOaOHOM (20 a.K., 64 KkoaoHa).

Ko He nmepekpoiBaercsa (UUU AUUGCU....). Pamka
CUNTBHIBAHMA NPH OMOCHMHTE3e 0eJIKa He U3BMEHSAETCS.

YHHBEPCAJIBHOCTh TeHETUYECKOT0 KOIA — BCE KMBbIE
OpPraHu3Mbl Ha 3eMJle UCIIOJIB3YIOT OIUH U TOT Ke KOJI.



YnakoBka /IHK B Ki1eTke

Jqnuna kierounoi JIHK 4denoBeka B hopme nBoiinou cnupauau — 1,74 m !!!!
IIo3TOMY XpOMOCOMBI — 3TO 0Y€Hb CHJIbHO KOHAEHCUPOBAHHBIE CTPYKTYPbI.
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h) FIGURE 24-30 The 30 nm fiber, a higher-order organization of nu-

cleosomes. (a) Schematic illustration of the probable structure of the

JAURE 24-26 Nucleosomes. Regulasly spaced nucleosomes consist fiber, showing nuclecsome packing. (b) Electron micrograph.

f histenz complexes bound to DAL (a) Schematic illustration and
¥ electron micrograph.



YpoBuu komMnakTuszanuu JHK
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PHZ. B. CxemMa HSKOTOORE YPOBHS Opranvaanim
EPOMIECORME .

SURE Z29-33 Compaction of DNA in a eukaryotic dhromosome.
acdel for lewsls of crganization that could prowicke DRNA compaction
the chromoscmes of eukaryobss. The lewsls take the fiom of ooils
on coils. In cells, the highesrrorder structures (abowe the 20 nm filsrs)
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Y710 TaK0E reHOM

I'eHOM — 3TO COBOKYITHOCTH I'€HOB, XapPaKTEePHbIX

JJISl TAIJIOUIHOIO (OAMHAPHOI0) HA0OPAa XPOMOCOM

JAHHOI'O BHa OpranmimMa.

Tatuma 1. YHcao reHOE, MOIVIe HHOS Ha GCHOBE PACUETOR HAIH B
PeIVALTATE PacIIpPo BEKH MOCHeIOBITe ILHOCTEN HYIJIeOTHIOE B

OTcyTCcTBHE KOPPEJIAMHA MEXKIY

pasMepaMy reHoMa 3YKapuoT U
IBOJIOIMOHHOMN CJ0KHOCTLIO

OpraHusMma.

TeHOMAX
Taxcon Bun QYucino reHOB
Bupycu Baxrepmodar X174 o
Baxrepmodar & - 70"
[MTpoxkaprors Mycopicsma genisalium 473¢
Bocilus subiilis 4200*
Escherichia cols 4300~
IpaGer Saccharomyces carevisice 6200
e HBICTOHOTHE Ivosophila melanogositer 12 000
Hesarone: Caenorho bditis elegons - 19 SO0~
Mommockn Lolgo peali > 35000
Xopaoesle
prica Frgw rubripes 70000
MBI M muscu ks TO 000
yenope K Homo sapiens SO00-T0O 000
Pacrennsn
Tafax Nicariana tobacum 43 000
apa CHIOTICHC Arcbidopsss thakiana 160033000

SpeanouKonl OTMEMSHE UNDPL], XAPAKTSDNTFIONBE YKe SaRCpUIeHHMIe

PAtOTRI.



I'eHBI - OCHOBHOM TEKCT I'eHOMA

I'en — 310 pusnyeckasn (onpeaeaeHnbid yuacroxk 1HK) u
dyaxkunoHnaabHas (koaupyet 0ejiok uiau PHK) exnanna
HACJIEeICTBEHHOCTH.

I'eHbl HMEIOT MO3aUYHOE CTPOEHHE (IK30HBI M HHTPOHBI).

AJIbTePHATHBHBIN CIVIAMCHHT 00ecleYrBaeT MOsiBJIEHUE 0DoJiee uem
OJIHOT'0 0eJIKA MPHU IKCIPECUU OJHOI0 CAMHCTBEHHOI'0 I'eHA.

IlepekpbiBaHHUE FeHHBIX TEKCTOB
I'ennl, koaupywoinue onocuntes PHK
I'eH B rene

I'ennbie cemenicTBa

IIceBaorennl

Co31anve HOBBLIX T€HOB B reHOMeE



Ilporpamma I eHom 4es1oBeKa

 HauyaJjio padorsl npoexra - 1988 .
e 3amaya — omnpeaeuTh MOJHYI0 CTPYKTYPY I'eHOMA YeJI0BeKaA.

* Yro caenano - I'enom 4desroBeka cekBeHuponBaH (2003 r.),

T.C., OIIPCACJICH NOPAIOK PACHOJ0KCHUA HYKJICOTHIAOB B0 BCCEX
mojekyaax JIHK Ha  Bcex  XpoMocomax. (1O
KOMOWHNUPOBAHHbIK  TEHOM  HEDOMbLIOrO  KONMMYecTBa
aHOHWUMHbIX JOHOPOB)

* JTO BCEro JUIIb NMePBbIi, HAYAJIbHBIA, CTPYKTYPHBIH 3TAIl.



CocTaB reHoMa 4eJjoBekKa

25000-30000 renos (2004 r.), koaupyrOUX 0eJIKU — ITO
cocrasiasier 1,5-2 % xpomocomuoi JTHK

boabinas yacts reHoma >70% uHepTHA B IUIaHE
TpaHckpunuuu, rouctudHas JTHK (selfish DNA)

IIpoBupycnasa JHK
JTHK-TpaHcno3oHbI

Tenomepsl — koHeBbIe yyacTku JIHK



Pe3yjbTarsl

CJIEIlyeT OTMCECTHUTDL, YTO CACJIAH JINIIDb HepBbIﬁ
miar.

PacimuungpoBarb HyYKJICOTHIHYIO
[OCJIEeA0BATEIbHOCTD - 3TO BCE€ PABHO, YTO YUTATH
KHHUI'Y, IPOCTO NMPOU3HOCH HA3BAHUSA OYKB MOAPSI.

HalTH reH, 3HAYUT MOHATh, KAK OYKBbI
CKJIAJIBbIBAIOTCH B CJIOBA.

Ho HYKHO ellé MOHATHh U CMBICI (ppa3bl. Tak, 4To
OCHOBHAasI padoTa BIepeau.



CexBenupoBanue JTHK

thabprka aBTOMATHYECKOrO
CeKBEHUPOBaHUA

(pacwudpposku) AHK

.. . GGTTCATAAATTTGCGATCGTACTTATGGTTAATGC.



CocTaB resoMa 4eJjJ0BeKa

NS THESC KRS ENETEW 374 e
FHOOTENMAaneEHEESE iNnong- | »M 21 85
CTHNS KDL EnsTEE 1 031
CroHHED eeneca 17T

LM TORMOHSD #esneasa S84 WWE&“ TESHE S81
CIECNOLWLMTORM AHaq Keneaa 46 ' THWC 21
rnaoaa My cEynaTyca 127 - MULEssn, 76

FACSNOUHGEA Keneaa 906
Mo =Ty Jp T H S
#E=neza 1094
CanesaHEa 1094
HagrnousuyHMeEW 568
Aert-HeA NysHl|ce 788
EOrs LWL CRNBEHME
(MOEPRIESST EESTy 00K
H EMLWEYHME) 1532 |
TOHFHMA EMLLEUH . 2597 [
MNnausHTa 1290
NpocTata 1282
CESMNSTHaO MEllUUE 73
EBernaa epoeaHEa

Knenca 2164 Jl

EMLUSJHHE 879
ka 712
A E SO
CEREHHEE 2T0
MaTka 1859
Kiooea 6210
VSRS pAcH 1980
Aruyko 1232
CHHIEMEIEHAaA
aonoUEs S13

\

PHC. 2 EONWUETTEDS MNEH0E, BIENsUeHHED BE PaS3IBnT
H EWVHEUMSHMPBIESHFEESE GpraHseE M TEaHS A Us RSESEa




CocTaB reHoMa 4eJjaoBeKa
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Biuusinue npoekra [ eHoM 4es10BeKa HA pa3BUTHE
Pa3JIMYHBIX OTpacjen

N\ / / \\;'3 M

Dapmanyee

Censcxoe xo03n

BuoKoppexums
(3xonoruyeckas) 3




I'eHHas Tepanus

HMaaneysmae I T 0 TH bl
= HMNA Oimy N e KIS TOK

KyneTHampoparse
A D T M T RS
T8 H o0 ped B

COrSop TpaHchoprMpOBAHH B
w

Tpercnnadrecpsa
FEES THSET R A=

TEard=0 WM E=D B B H L
EESTOE

PFrC. 1. MEHOTSPANWMA CNOCOGoR W W0, KNeTed no-
JUAHIT OT NAUMEHTa, EYNETHEMPYET A0 W0, NpoBs-
OaT M FEHETHRCKY D TI2EHCEOPMALMEDY, STOMRERIT
Hy #HEIE ENCHE! ENETORE M BOGEEEWARIT B OpraHiam
NaUMERTa. B cmydas onyaonsdl ENSTEN TIZaHS EopmMin-
Py HOT FEHamMM, e Y CHNMMES DLW MM MM HHEF OT-
BT OpraHiaMa, SAmyQansT W TRAHCNRAHTH DY KT Nog-
ECCEHD TORMY K2 NaUMeHTy



I'enHast Tepanus

TaGamua 2. HacxencTee HHHE 2360JeBaHHY, TRHOKOPPEKIIHG KOTOPHX HAUOIHTCT HA CTATHH KIHHHYLCIIX HCMHMTIHHK (KH),
IKCTIEPHME HTATBHEX PazpatoTok (2P) H NPHHIHITHATEHO Bo3MoXHa (I1B) [1,7)

BoJlesHb HedeXTHHN TeH KJIeTKH-MHLIe HH CTannq
HMMyHoIepHIHT ATeHOAHHIE2aMHHAA MiaonuRTel KH
HMMyHOmeHITHT TV pHHHVIecaHIPo o piiTazs IaponnTe B
CeMefHAY FHIRPX CTHCTePHHEMHS PerRITIOP THNONPOTeNHOB HHIKO # TeNaTCIUHTH KH

ILIOTHOCTH
evopraIng B Dakrop IX DHSpoNIacTH KH
IeMoprIng A Daxrop VIII MHOGNACTH, PHEPOGTACTE 2P
Boxezns [ome (COHHMUTHITN0R) B- DIoKOLepetpoIHIa3a Makpohari, CTBOJIOBHE KIeTKH KH
BoxesHs NaHtepa My poHaTeyapdara= Makpodhari, CTBOJIOBEE KIeTEH ne
CHIIpOM [Vpaepa L-WIypoHRIA= Makpochari, CTBOJIOBEE KI1eTEH 1B
IMEIeMa JTeTKH - | ~AHTHTPHIICHH JThinaounTe 2P
MYV KOBHCLHIO 3 CF-TpaHCMeMEpAHHHEH peIyaqa1op DIHTETHH GpOHX OB KH
OeHINETORYVPH DeHHTATAH HHITIPOKCHIS = TenaTouUNTH 2P
THNepaMMOHeMHI OPHHTHHTPAHCKAPGAMIUTA2a TeNaTouHTH B
LATN IHHeMHAY APTHHOCY KIIHHATCHHTe TS TeNaTcIUnTH B
MueqHaqa aacTpodua ToleHHA OucrpodnH MBOGIACTH, MEChHEPIUUIH ) 3
TanacceMnq B-oGHH DPHTPOGIACTH 2P
CepnoBRITHOKIETOIHAD IHEMHI p-Do6HH PRTPOGIACTH 2P
PeCIHPATOPHHH AHCTpeCcC-CHHAPOM | CypdaxTaHT Gentok B DIHTIIHA GPOHX OB op
XPOHHUeCKHH IPEHY 10MATOR NADPH-0)HI33a TPEHYIOIHTE 2P
BoxesHs ANEUretMepa Be/loK — NpeiiecTBeHHHE P-aMIion- | HepBHHE K1eTEH 2P
13 (AAP)
Boxesns [TapyXHCOHA THPOAHHTHIPOKCHTA A MBoGIacTH, GHOPOGIACTH, HEPBHEE 2P
KIeTIH
MeTaXPOMATHYSCKA] JTe ROHCTPOdOHT | APRICY TEPaTaza A CrpoXOEHe KIeTKH KPOEH, HepRHHE nB
KIeTIH
CHIpoM Jlenr- HiraHa nokcaH TR oohopRtozmTpaHc- | HepeHHE KI1eTEH B

fepaza




Pesyabrarsl mpoekTa I eHOM 4Yesio0BeKa

IlouTH Bce 1eJH, KOTOPbIe CTABUJI Mepex CO00M MPOEKT, ObLJIH
JOCTUTHYTHI ObICTpEe, YeM MPeArnoaarajioch.

IIpoekT mo pacmm@ppoBKe reHOMa YeI0BeKa ObLJ1 3aKOHYEH HA /1BA
roJia paHblile, 4YeM IJIAaHUPOBAJIOCH.

IIpoeKT mocTaBuJI pasyMHYI0, JOCTHKMUMYIO LIeJIb CEKBEHUPOBAHUA
95 % JAHK.

HUccaenoBareid He TOJBKO JOCTUIVIM €€, HO U NIPEB3OIILIU
COOCTBEHHbIE MPEICKA3AHUA, U CMOIJIA CEKBEHUPOBATH 99,99 %
yesoseueckou THK.

IIpoeKT He TOIBLKO MPEB30IIET BCe LeJH U BHIPA0OTAHHbIE PaHee
CTAHAAPTHI, HO U NMPOAOJIKAET YIY4IIATh YKe JTOCTUTHYThIe
pe3yJbTaThl.



Nak OblJIN 10CTNIHYTIDbI PCYJ/iblal bl

[lboekm puHaHcuposarics npasumeriscmeom CLUA u 6pumaHcKum
brnazomeopumernbHbiM obwecmeom Wellcome Trustlpoekm
guHaHcuposarics npasumernibcmeom CLLUA u 6pumaHcKum
brnazomeopumerbHbiM obwecmeom Wellcome Trust (aHar.[Tpoekm
¢uHaHcuposarics npasumeribcmeom CLLUA u 6pumaHcKum
b6r1acomeopumerbHbiM obwecmeom Wellcome Trust (aHen.), komopoe
¢uHaHcuposarso MHcmumym CeHzepa, a makxXe MHOXecmeo opyaux apyrin
1o ecemy ceemy.

[eHoM Obinm pa3but Ha HebonbLlune yvacTkm, npumepHo no 150 000
nap HyKNeoTMaoB B ANMHY. OTU KYCKM 3ateM BCTpauBanun B
BekTopleHoM ObInl pa3dbut Ha Hebonblune y4YacTKu, MPUMEPHO MO
150 000 nap HykneoTnaoB B ASIMHY. OTU KYCKM 3aTeM BCTpavBanu B
BEKTOp, N3BECTHbIN  KaK  WcCKyccTBeHHad  BakTepuasrbHag
xpomocomal eHoM bbIfT pa3dbut Ha HebornblUME y4acTKU, NPUMEPHO
no 150000 nap HykneoTMgoB B OJNIMHY. 3OTU KYCKM 3aTeM
BCTpamMBanu B  BEKTOP, W3BEeCTHbIn Kak VIckyccTBeHHas
bakTepuanbHaa  xpomocoma (aHrr.feHom  Obin pas3dbut  Ha
Hebonbwmne y4vacTtkm, npumepHo no 150 000 nap HykneoTMaoB B
ONnHY. OTU KYCKM 3aTeM BCTpamBanu B BEKTOP, WU3BECTHbIM Kak
NckyccTBeHHas baktepunanbHaa xpomocoma (aHrn.) unm BAC. OTu
BEKTOPbl co3daHbl M3 OakTepuanbHbIX XPOMOCOM, WU3MEHEHHbIX

AMAOTAFARNIA FOLILIAIA I/ILI\UQLIQI"\I/II/IrQLIf\I\II ﬁl-ll'l nQQﬁI/IT LIND LIQHI'\I'ILIIII/IQ




IlepcnekTUBLI

* «I'eHOM 4YesI0BeKa» — 3TO HaudoJ1ee U3BECTHBIM M3 MHOTHX
MEKIAYHAPOIHBbIX TEHOMHBIX IPOEKTOB, HAIICJICHHBIX HA
cexkBeHupoBanue /JIHK koHkpeTHoro opranusma. B
HACTOsAIIee BpeMsl 3HAHHE MOCJIeI0BATEIbHOCTH
yesgosedyeckoil JJHK npuHocuT HanboJ1ee Oy TUMY IO
10JIb3Y.

 Kpome T0ro, BaskHbie J0CTHKEHUS B OMOJIOTUH U
MeAUIUHE 0KUIAAIOTCH B pe3yjbTrare CCKBEHUPOBAHUS
MoelbHbIX opraHn3amoBKpome Toro, BaxHbie
NOCTHKEHHUA B OMOJIOTMH U MeJIUIIMHE 0:KHIAI0TCA B
pe3yjbTrare CeKBEeHUPOBAHUA MOJAEJIbHbIX OPraHU3MOB, B
YHCJI0 KOTOPBIX BXOAAT MbllLUKpome TOro, BaxkHbie
NOCTHKEHHUSA B OMOJIOTMH U MeJIUIIMHE 0:KHIAI0TCH B
pe3yjbTrare CeKBEeHUPOBAHUSA MOAEJIbHbIX OPraHU3MOB, B




IlepcneKTUBBI

Pabdora Hax MHTEepnipeTaned JAHHBIX TEHOMA HAXOAUTCH BCE el B
cBOell HAYaJbHOHM cTagnu. O:KHaaeTcs YTO AeTaJbHOe 3HAHNe
YeJIOBEYECKOro0 reHOMa OTKPOET HOBbIE IYTH K yclexaM B
MeanunHePabora Hag MHTEpHpeTanueil JAHHBIX T€HOMAa HAXOAMTCS
BCE ell€ B cBOeH HAYAJIBbHOH cTaauu. OKuaaeTcs 4To JAeTajJbHOe
3HAHUE YeJI0BEeYeCKOr0 reHOMAa OTKPOeT HOBbIE MYTH K yclexamM B
MeIHIHHEe B OMOTEXHONOrun. SIcHble MpaKTHYECKHE Pe3yIbTaThl
NMPOEKTA MOABUJIMCH €llé /10 3aBeplleHusi padoThl.

Heckoabko komnanuii, HampuMep Myriad GeneticsHeckoabko
komMnanui, Hanpumep Myriad Genetics (aHI7.Hecko0JIbK0 KOMIIAHU,
Hanpumep Myriad Genetics (aHIUI.), HAYAJIM IPEAJIATATh MPOCThIE
CIOCOOBI MPOBEICHUS FTeHETHYECKUX TECTOB, KOTOPbIe MOI'YT NIOKA3aTh
MPEAPACHOJIOKEHHOCTh K Pa3JIMYHBIM 3200/IeBAHUAM, BKJIIOYAs PaK
rpyaviHeckonbko komnanuii, Hanpumep Myriad Genetics (aHr.),
HA4YaJIM Npeaiararb MpocThbie Coco0bl NPOBEACHUS NeHETHYECKUX
TECTOB, KOTOPbI€ MOT'YT MOKA3aTh MPEAPACIOJI0KEHHOCTDb K
Pa3JIMYHbIM 3200/IeBAHUSAM, BKJIIOYAs paK rpyau, HapyLieHus
cBépTbiBaemMocTu kKpoBuHeckoabKk0 KoOMIaHuii, Hanpumep Myriad
Genetics (aHIJ1.), HAYAJH MPEAJIAraTh MPOCThIE CIIOCOOHI MMPOBEICHUS




IlepcrneKTUBBI

Tax:ke 0’)KuUIa€TCHA MHOKECTBO MOJIE3HbIX J1JIS 0M0JI0T0B Pe3yJibTATOB.
Hanpumep, uccieaoBareiib, H3y4alUUK ONpeaeIEHHYI0 (popMy
pakaTakxke 0)KUTATCH MHOKECTBO MOJIE3HBIX J1JIs 0M0JI0OT0B
pe3dyabraroB. Hanmpumep, ucciieaoBareiib, M3y4a0lui onpeaeaéHHY 0
(opmy paka MOKeT CYy3UTh CBOM MOUCK 10 0MHOI0 rena. [locerus 0a3y
JTAHHbIX Y€JI0BEYECKOIr0 reHOMAa B CETU, 3TOT HCCJIEA0BATE]b MOKET
NMPOBEPUTH YTO APYIrue Y4éHble HANMCAJIU 00 ITOM IeHe BKJIKYaA
(MOTEeHUMAJBbHO) TPEXMEHYI0 CTPYKTYPY €ro Npou3BOIHOI0 0eJIKa, ero
(PyHKIUU, €ro 3BOJTIONUOHHYIO CBA3b C IPYTrMMH Y€J10BCYCeCKUMM
reHaMH4 WJIM ¢ TEHAMM B MbIIIAX WIM APOKKAX MU Apo3odulie,
BO3MOKHbIE MAryOHbIEe MYTAllMH, B3AUMOCBSA3b C APYTMMHU F€eHAMM,
TKAHAMM TeJIa B KOTOPbIX I'eH aKTUBHUPYETCsl, 3a00/1eBAHUAMM,
CBSAI3AHHBIMHU C 3TUM I'€HOM WMJIU JIPyrue JaHHbIE.



IlepcneKTUBLI

* boJee Toro, riiydoxkoe mnoHUMaHue NMpouecca 3a001eBaHUs HA YPOBHE
MOJIEKYJIAPHOM OMOJIOTUH MOKET NMPEAJI0KUTH HOBbIE
TepaneBTHYECKUE MPoLeAyPbl. YUUTHIBASA YCTAHOBJIEHHYI) OTPOMHYI0
poJb JITHK B MoJsiekyJIIpHOM OMOJIOTHH U €€ HEHTPAJIbHYIO POJIb B
onpenegeHu GyHIaMeHTAJbHBIX MPUHIUIIOB PAa00ThI KITIETOYHbLIX
MPOLIECCOB, BEPOATHO, YTO PACHIUPEHUE 3HAHUN B JAHHOUN 00J1aCTH
OyaeT crnoco0CTBOBATH yCeXaM MeAMIMHbI B Pa3JIMYHbIX 00/1aCTAX
KJIMHUYECKOr0 3HAYCHH S, KOTOPbIe 0e3 HUX ObLJIU Obl HEBO3MOXKHbDI.

* AHaju3 cxoacTsa B nociaenosarejabHocTax JAHK pasanunbix
OPraHU3MoOB TaKKe OTKPbIBAET HOBbIC IIYTH B UCCJICAOBAHUM TCOPUHU
3BONKOLMMAHAIN3 CX0ACTBA B nmocjenoBarejabHocTax JHK
PA3JIHYHBIX OPraHU3MOB TAKKe OTKPbIBAET HOBbIC IYTH B
HUCCJICAOBAHUM TCOPUH IBOJIOLUU. Bo MHOIHX ci1yyasixX BOIPOCHI
IBOJIIOIUM TeNepb MOKHO CTABHTh B TEPMHHAX MOJIEKYIISAPHOMU
OrnonorMmAHaams3 cxoacrea B nocjaenosareabHocTax JJTHK
PA3JIHYHBIX OPraHU3MOB TAKKe OTKPbIBAET HOBbIC IYTU B
HUCCJICAOBAHUM TCOPUH IBOJIOLUU. Bo MHOIHX ciiyyasiX BOIPOCHI
3BOJIIOIMM TeNePb MOKHO CTABUTH B TEPMHUHAX MOJICKYJIAPHOMN
ouosioruu. 1 B camMoM jesie, MHOTHE BAasKHEHIIIME BeX¥ B HCTOPUM

AN T TN (/T T AT m. TV o =Y oy VM A\ Mo T s e i Gy T




IlepcrieKTUBBI

[MpoeKkT onpeneneHnsa pazHoodpa3unusa YenoBe4YecKkoro

reHomallpoekT onpeaesieHnsi pa3HOOOPAa3Hsl Y€JI0BEYECKOI0

reaHoma (aHrn.IlpoekT onpeaeseHns pasHoOOpPa3us YeJI0BEYECKOI0
reaoma (anri1.) (HGDP), oraenbHoOe Hcciieq0BaHMEe, HAIIEJIEHHO HA
kapTupoBanue yyacrkoB /IHK, koropbie pa3inyarnrcss Mexay
aTHUYeckumu rpynnamu.’**! B oynymem HGDP, BeposiTHO, CMOKeET
MOJIYYMTh HOBbIE JaHHbIE B 00J1aCTH KOHTPOJIA 3200/1eBAHUH,
pa3BuTHus 4egoBeka u anrponojioruu. HGDP moxkeT OTKPBITH
CeKpeThl YA3BUMOCTH 3THUYeckux rpynn B oynymem HGDP,
BEPOSITHO, CMOKET MOJYYUTh HOBbIE JAHHbIE B 00JIACTH KOHTPOJISI
3a00J1eBAaHUU, Pa3BUTHSA YesoBeka U anTponojoruu. HGDP moxer
OTKPBITh CEKPEThl YA3BUMOCTH 3ITHUYECKHUX I'PYNI K OTAEJIbHbIM
3aboneBaHuam B oynymem HGDP, BeposiTHO, CMOKET MOJIYyYUTh
HOBbIE IAHHBbIC B 00J1aCTH KOHTPOJIS 3200/1eBaHNil, PA3BUTHSA
yesioBeka U aHTPomnooruu. HGDP moxkeT OTKpPBITH CeKpeThl
YSA3BUMOCTH ITHHYECKHUX I'PYII K OTAEJbHbIM 3200J1€BAHUAM U
MOACKA3aTh HOBBIE CTPATEruM JAJIsA UX nmpeoaoaeHus (cM. Paca un







JHK-pemuimkaznas cucrema (penjucoma)
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,.'J.HL ~MCNAME0E2E , 3K3HMBARLLENA CiHTES
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PHE. 6. CESMATHUSCKDS PACTIONOHEHHE B PNTMEALHIHHON BHNKE DCHOEHER C2MK0E, OCYILECTENAILIME PEMrHEALIRD
NHE. B DeRCTBMTSNEHCTH HE-CenMkaza W HK-NRaAMAZS HA OTCTSOWEN WSMH OORAZYHIT KOMNNEKS, NOMyUMBLLARA Ha-
FEAHWE NPANMOCTME,



