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Peeynsiyusi buocuHnme3sa b6esika

B 1961 2. gppaHuy3ckue
uccriedosamesnu PpaHcya Xakob u
Kak MoHo npednoxxunu

meopuro Lac-onepoHa, komopas
06BsICHSI/1Ta MeXaHU3M KOHMPOJIs
cuHmesa 6esikoe y npokapuomos



CneBa HanpaBo - XKakob6 ®PpaHcya, )Kak MoHo, AHape JlbBOB

naypeatbl Hobenesckon npemMmunn rno gusmnonornm n megmumnHe B 1965 r. «3a
OTKPbITUA, KacaloLmnecs reHeTUYECKOro KOHTPOoa CUHTE3a (bepMEHTOB N BUPYCOBY.



» KoopOuHUpoeaHHbIU OOHUM
ornepamopomM OOUHOYHbIU 2eH usnu
2pyrna 2eHo8 0bpa3yrom OrnepoH.

e Lac -onepoH - yyactok AJHK, B koTOpOM
3aKoanpoBaHbl hepMeHThlI,
yYyacTByHLiMe B YCBOEHUU NAKTO3bl.

* O (2eH-onepamop) — reH,
yrnpasnsaowmm padboTon CTPYKTYPHbIX
reHoB.

* R (2eH-peayrisimop) — reH, KOAUPYIOLLNN
CUHTE3 cneunanbHOro peaysismopHO20
6esnika — penpeccopa.
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Perynsiuusa akTUBHOCTU reHoB: fac-onepoH bakrepuu E.coli

reHbl MeTabonuama nakTosbl paboTatoT, Koraa NakTosa ecTb B KNETKe

B oTcyTCTBMM NAKTO3b! HENoK-
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OnepoH - rpynna reHoB, TPaHCKPMBMUPYEMbIX C OAHOMO NPOMOTOPA.



* Penipeccop 6s10kupyem 2eH-
ornepamop — OrepoH He
pabomaem — mpaHCKpunuusi
MPHK He npoucxodum — cuHmes
6esika He udem

e CnrocobHOCMb c8si3biI8amMbCSl C
orrepamopoM 3asucum om
KOHgbopMauuu penpeccopa,
Komopasi Moxxem 6bImb aKmueHoU
usiu HeakKmueHou



JlaKkmo3HbIU OorepoH
peaynupyemcsi No MexaHusmy
UHOYKUUU

 BewecTBa, KOTOpPbLIE
MHAKTUBUPYIOT pernpeccop,
Ha3bIBalOTCA UHOYKmMopamu

 BewecTBa, nepeBoasiine ero u3
HeakKTUBHOIo COCTOAAHUA B
aKTUBHOe — KoperpeccopamMmu



* JllakTOo3a — UHAYKMOpP, NPUCOEOAUHAACH K
Oenky-penpeccopy, nepesooum e20 8
HeaKmueHyr hopMYy, He CMNOCOOHYI0
cBA3biBaTbCcA € O.

* PHK-nonumepa3sa cBA3biBaeTcA C P U
TPAHCKPUOUpPYeT CTPYKTYPHbIE FeHbl:
S,, S,, S,, Hecywme nHopmaumio o
depmeHTax meTabonuama nakTosbl —
mpaHckpunuyus MPHK — cuHnmes
gpepmeHmMos



3 hepMeHTa, y4YacTByrowme B
MeTadonmamMme NaKTo3bl:

B-2annakmo3udasa
B-2annakmo3udrnepmea3s’a
B-2annakmo3udmpaHcauemuJsia3a



* [locne pacnaga nakro3sbl 6enokK-
pernpeccop nepexoaut CHOBa B
aKTUBHYIO (POpPMY, CTOCOOHYIO
cBA3bIiBaTbcA ¢ O.

e T.k. yyactku O n P nepekpbiBaroTCsl, TO
npucoeauHeHue penpeccopak O
npenAaTcTByeT cBA3biBaHUIO PHK-
nonumepasbl ¢ P, — TpaHCcKpunuus
MPHK He naet — cuHTe3 chepMeHTOB
npekpawiaeTcs



IJHK Bcex kneTtok opraHM3ma naeHTU4Ha;

>200 pa3nnyHbIX TUNOB KNEeTOoK

 [eHbI «gomaluHero xo3aucrtea» ~ 20%
* ABanTUBHO perynmpyemMblie reHbl
Peaynauus mpaHcKpunyuu
ocyuwiecmerisemcs rnpu nomMouwiu

crieyuarsibHbIX pecyliAmopPHbIX 3JTEeMEeHIMoe
—JIOKYCO8 - y4acCInKO8 eceHOMa —

IHXaHCcepose U cau'neHcepoe




e JHXxaHcepbl — ydacmku [JHK pazmepom
10-20 nap ocHoeaHuUU, rpucoeduUHeHUe K
KOMopbIM pe2yrnsamopHbix 6erkos
akmusupyem PHK-nonumepasy u
yeesiudueaem CKOpoCcmb mpaHcKpunyuu

« CauseHcepbl — makux e pasMepos
yyacmku [JHK, npucoeduHeHue K
KOmopbIM peayriamopHbkix berkos
uHaubupyem PHK-rnmonumepa3sy u
3amedorsissem mpaHCKpUrnuyuro




AKTHMBATOPHI PEMPECCOP

AXTUBATOPLI CB ASLIBSMOTCA C Per_mooop CBAILIBASTCAC
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Tem CSMbIM YCHAME A TRSHCKMLY20 CHNER TPAHKPUNLYNO
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Peeynauyuss mpaHckKkpunuuu

flpomMomopbl 2eHO8 ayKapuom
Haxoosimcs

nMod KOHMpoJieM crieyugu4yecKux
peaynsimopHbIX y4acmKoe Ha
morsekyne [JHK:

TATA-, LUAAT-, I'Ld-,
3HXaHcepos, call/ieHCepos —
rnocsiecosamesibHocmeu



K peaynamopHbIM yd4acmkam
rpUCoOeoUHSAMCS
KomMrieKcbl 6esikos

C pa3J/iudHbIMU Jlu2aHOaMU:
UAM®, cmepoUuOHbIMU
20pMOHamu, Mmemabosiumamu,

uoHamu memarsisioe u m.o.

Uepes bernku-nocpegHnkn nnn KoaktuBaTopbl
nepenarT CUMrHan Ha OCHOBHbIE
TpackpununoHHble dpaktopbl 1 PHK-nonnmepasy



 C 3HXxaHcepaMu e3aumodelicmayrom
UHOYKMOPbI

e (C cauneHcopamu - peripeccopbi

e JTO CIIOXHbIe Oenku, umerowime
HeCKOJIbKO JOMEHOB:

1) «y3HaeT» NOKyC;

2) «Yy3HaeT» PerynaTopHyr MOJeKyny
(dbakTop pocTta, UAM®D, cTepoua-
peuenTopHbLIN KOMMMEeKC U Ap.);

3) «y3HaeT» (pakTopbl TPAHCKpPUNUMU B
TATA - nocnegoBaTenbHOCTU



* Y 3yKapuoTOB BeAyLlas ponb B
3KCNpeccuun reHOB NPUHAANEXUT
CTepoOUAHbIM, TUPEOUOHbLIM
ropmoHam, pakTopam pocCTa,
WHCYJINHY, BTOPUYHbIM
MecceHaXepam U T.A.



Ycnexu reHeETUKN, MOSIEKYIIAPHON bronorum n bnoxmmmnm
npueenu K gopmupoBaHuio B 1990-x IT. ABYX HOBbIX
doyHOaMeHTanbHbIX AUCLUUNIIUH -- TEHOMUKU U NPOTEOMUKW.
3agada reHOMUKUN -- ycTaHOBNEHUe NOSTHOM
reHeTU4YeCKON XapaKTepPUCTUKN BCEU KIEeTKMU.

[ eHOMMKa NO3BOMAET onpenennTb NoTeHUMarnbHble
BO3MOXHOCTU opraHu3ama (3Has nocrieqoBartesibHOCTb
HYKNeoTMO0B B KaXX40M U3 reHOB U YMCIO reHoB).

[MpoTeomuka xe gaeT BO3MOXXHOCTb OXapaKTepu3oBaThb
dyHKUMOHaNbHOE COCTOSIHUE KITeTKU Ha YPOBHe ee
NpPoOTeomMa, T.e. COBOKYNHOCTN BCeX (pepPMEHTHbIX U
CTPYKTYPHbIX 6enkoB, KoTopble "paboTaroT"” B oTnn4ne
OT HEe3KCMNpPeCcCUpyrLmnxXca reHoB.



 [eHOM yesioeeka cooepxxum
3,1 Mmsipo nap HyKr1reomuoos

e Tonibko ~10% u3 HUXx Hecym uHgopmMayuro

* B x00e 8bIrnoriHeHus npoekma «[ eHowm
yesjoeekal eHoMm YyeriogeKka»
roJfiHoe cekseHuposaHuel eHoMm YyeriogeKka»
MO/THOE CEKB8EeHUpoBaHUE 8bIS8UIIO, YMO
yeriogeyeckul 2eHoM cooepxxum 20—25 meic.
aKMmMuUeBHbIX 2eHO8.

* Tonbko 1,5 % ecezo eeHemu4yeckoz20
Mamepuarna kooupyem besnkuTornbko 1,5 %

ONRADN S5AOLIOP I ILIOALADSA MAAMANIINAA yAA 1N/




TernomMepbl - 3TO KOHLEBbIE Y4aCTKN NMUHENHOW
monekynbl JHK, koTopble cOCTOAT U3
NOBTOPSAOLLENCA NOCNeaoBaTeNIbHOCTU HYKITeoTUOOB,
He KoaupyroLwmx DenKoBble MOMEKYIIbI.

Y yenoBeka u APYIrmxX rnmo3BOHOYHbLIX NMOBTOPAKOLLEECH

3BeHo nmeet gopmyny TTAGGG (OykBbl 0603Ha4aloT
HYKINEeNHOBbIE OCHOBAHMUS).

[Mpn KaXXOoM AeneHNn KNeTok 3TU KOHLEBbIe Y4aCTKM
XPOMOCOM YKOpadnBatoTCS.



TpaHcno30Hbl — 3710 y4vacTtkn JHK opraHn3smos,
CNOCODHbIE K NepeaBMXeHuto (TpaHCno3nuum) 1
pasMHOXeHWI0 B Npeaenax reHoma. TpaHCno30HbI
Takke U3BECTHbI No4 Ha3BaHMEM «MpbirakoLlme reHbl»
N ABMAKTCA NpuMepamm MobUNbHbIX reHETUYECKUX
9NIeMeHTOB. Y YenoBeKa TpaHCNO30Hbl COCTaBMAT
no 45 % Bcen nocnegosartenbHocTn AHK.
PeTpoTpaHCNO30HbI HE MOKNOAKT UCXOOHOIo
nonoxeHua B monekyne JHK, HoO MoryT KonmpoBaTbCH
N KOMUN BCTpanBatoTCs, NOgOOHO TpaHCNO30HaM B
HOBbIN Y4aCTOK.

MoryT BbI3biBaTb MyTauUUn N NUSMEHATb SKCMPECCUL0
reHOoB.



Bbuoxumudyeckue ocHoO8blI
U3MeH4yusocmu u 3soJsirouyuu

e [iIBNXKyLwen cunou 3BonoUnmn
ABNAKOTCA MyTauun — Hacnepyemble
N3MEeHEeHUsA NePBUYHOU CTPYKTYPbI

OHK, m.e. 3akpennenHbIli peaynomam usmeHeHuli

68 2eHoMe (He ucripaeJsieHHblIe hepMeHmMamu
penapayuu).

e MyTaumm MoryT 3aTparuBaTb
pa3nunyHble yyacTkm [HK



MexaHn3mMmbl BO3HUKHOBEHUSA

e Pesynbkrat owunbokK cuHtesa AAHK npu
pennnkaumu

* [1pu penapauun nospexaeHmna OHK nop
BNMUsiHUEM BHELWHUX (haKTopoB

B pesynbTraTte peKoMOMHauum — oomMeHa
yyactkamu [1HK m/y romonornyHbimu
XpOMOCOMaMM MNMpun NOIOBOM
Pa3MHOXEHUMN



Bunabl mytauun

e [eHOMHbIe — U3MeHeHUue Bcero reHoma;
n3MeHeHune Yyucna Xxpomocom (H-p,
nonunnaoungusa, Tpucomus (oonesHb
fOayxa) n ap.)

e XpOMOCOMHbIe — nepecTpoUukKa
XPOMOCOM. YYacTKN XPOMOCOM MOTYT
N3MEHUTb CBOE MOSOXEHNE, NOTEPATLCS
nnn yaesontbca (H-p, MblilleYHas
anctpodun OoweHHa — geneumsa X-xp.)

 [eHHble — N3MeHeHUusa 3aTparuBarloT oauH
KOAOH UITN HEDOONbLLUOU OTPE3OK reHa.



[ eHHbIe unu mo4ye4Hsble Mymauuu

1. 3ameHbl, npu KoTopbix ogHo AO
3ameLllaeTcH Ha gpyroe.

2. BcTtaBku, obecneunBarowiue
BHegpeHue B [1HK oaHoro nnum
HecKoNnbKux aononHutTenbHbIX HT.

3. Oeneuuu (BbinageHns1) ogHOro wnNu
HeckonbKkux HT, npu KoTopbIX

npoucxoant ykopo4yeHue OHK.



Mymauuu no muny 3aMeHbl

e be3 usmMeHeHuUs1 cMbic/la KOOOHa
(HeuTpanbHbIe NN MonYaLiue) —
MyTauuu, npu K-pbix 3ameHa 1 HT B
KOAOHEe He NPUBOAUT K U3MEHEHMUIO
cMbicna KogoHa. CuHTe3unpyeTtcsa 0enok
0e3 U3MeHeHUM.

e HYY—-LUYLU —UYI—-LYA
nen nen nen new
Bbipo)x0eHHOCMb 2eHemMu4YeCcKo20 Kooa



 «MucceHc-Mymauyuu» - MyTauum c
N3MEHEeHUeM CMbICria KogoHa, npu
KOTOpPbIX 3aMeHa ogHoro AO npuBoauT
K 3ameHe AK B MmyTaHTHOM Oernke
(M3MeHeHne NepBUYHOU CTPYKTYPbI U
CBOMUCTB Oernka).

H-p: ceprnoeudHo-knemoy4yHasi aHemusi
HbA: FTAA HbS: Ir'YA
Al r'ny B6 'Yl Ban
(B6 'y — Ban)



e «HOHCeHC Mymauyuu» - MyTauum,
npuBogswme K oopasoBaHUIO OOQHOIO
N3 TEPMUHUPYHOLLNX KOOOHOB:

YAA, YAl YTA
YIT—-YArl
mpu — «cmon-cuzHas»

O6pbie uenu — cuHme3s hpacmeHma
nosiunenmuoHouU uenu

[MposiBNeHne HOHCeHC-MyTauuu
3aBUCUT OT UX BHymMpu2eHHoOU
JIOKasnu3auuu.



Mymauuu no muny ecmaeku

e be3 cosuza «paMKu cHUMbIBaHUSI» -
npouncxoauT BctaBka NUWHMX 3 HT
nnu ¢ yncnom HT, KpaTHbIM 3 —

yANnHeHne 6enka Ha 1 NN HeCKOJNbLKO
AK.

e Co cosU20M «paMKu cHUMBbIBAHUSI» -
npouncxoauT BCctaBka 1 nnu
HecKonbkux HT He KpaTHbIX 3 —



— CUHTEe3upyeTcH nonumnentunag co
«CrlyYanHon» nocnepoBaTesibHO-
cTbio AK, T.K. U3MeHs1IeTCA CMbICI
BCeX KOOQOHOB, crneanyrowmx 3a
MEeCTOM MyTaLuunn



Mymauuu no muny desneuusi

e be3 cosu2a «paMKu cHuUmMbI8aHUSI» -
npouncxoauTt BbinageHme 3 HT unu c
yucnom HT, KpaTHbIM 3 —
npoucxoouT yKkopodyeHue denka Ha 1
NN Heckonbko AK.

e Co cosu20M «paMKu cHUMbIBAHUSI»
- nponcxoauT BbinageHue 1 unu
HeckonbKux HT He KpaTHbLIX 3 —



— CUHTEe3upyeTcH nonunenTug co
«cnyvyanHou» nocneg-to AK, T.K.
N3MEHSeTCH CMbICJ1 BCEX KOOOHOB,
crieayrowmx 3a MectTom MmyTtauun

—> PYHKUUOHaJIbHO
HeakmueHbie 6ernkKu



* YacToTta myTaummn 10°-10° Ha
1 rameTy 3a Kaxgoe nokorneHue

* MoxeT BapbupoBaTb ANA Pa3HbIX
reHoB oT 10 (ons reHoB ¢
BbICOKOU CKOPOCTbIO MyTaLunn)
no 10" (ans HanGonee
YCTONYUBbLIX)



MymaeeHHbIe haKkmopbl

1 - pu3uyvyeckue

Jlyqucmasi aHepausi (Y®O, peHmeaeH., y-
u3ssiy4yeHue, NO3UMPOHbI, HEUMPOHbI)

YOO — obpa3zoBaHue KOBarieHTHbIX
cBA3en mexay octatkamu tumuHa B [1HK

— NosiBfieHWe TUMMHOBLIX ANMEpPOB —
OHK, He cnocoOHbIe K pennukauum.




Cywi-eT cucrtema penapauyum -
rpynna doepMeHTOB, Bblpe3arLmux
TUMUHOBbIE AUMepPbI, K-pble
KoaupyroTca 9 reHamu.

NMpun noBpexaeHn NOOOro N3 3TUX
reHoB - HapyweHue penapauun OHK
nocne YPO — 3aboneBaHue
nuaMeHmMHasi Kcepooepma



 oHOBOE U3sly4HeHue (KocMmnyeckoe) -
nog ero Bo3gaencTtBMeM npoucxoauT

otwenneHne AO. 3a CyTKU YenoBekK
TepsieT ~ 50-10° AO



2 - XUMUuy4YyecKue

e AO B JHK moryT nogBeprartbcs
pa3nU4YHbIM BO34EeNCTBUAM
¢popmamuga (HCONH,),
CBOOOOHbLIX paauKanos,
anbaoernnoB, NONMNUMKITUYECKUX
yrneesogoponoB, TabavyHoro
AblMa, TAXernbiX MeTasnros,
BbIXJIOMNMHbIX ra3oB U T.A.



3 - buosiocuyeckKkue

 [log BO3AencTBMEM BUPYCOB
(H-p, repneca)



