OcHoBHas npobrnema reHeTukn pasBuUTUs

» «Kakum obpasom npwu
NOeHTU4YHoM Habope reHoB
BO BCEX KIEeTKax opraHmama
dopMUPYETCA KNETOYHOE
pa3Hoobpasune u
MOPAOdPYHKLMOHANBbHAA
cneunanunsauna TKaHen u
OpraHoB»

* H.B.TumodreeB- PeccoBckum
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[lepBbIN NPUHLMN FEHETUKU
Pa3BUTUS

 [lpnHUMN andppepeHUnansHOU
aKTUBHOCTU reHOB, KaK OCHOBbI
reTeporeHHOCTU KNeToK, TKaHen U OpraHoB
opraHmama



[nnotes3a 1. MopraHa oswscusiowas

MeXaHU3M peanusaunm npuHumna anddepeHumnanbHOU
aKTUBHOCTU reHOB

* B KreTtkax MHOIOKITIETOYHOIO
opraHmama, pacnosrioXXeHHbIX B
Pa3HbIX YacTsaX
pa3BMBalOLLErocs 3apoabilla, B
pasfnyHbIE MOMEHTbI NX
andppepeHLNPOBKN,
YHKLUMOHNPYIOT pa3HbIE rEHbI,
4yTO U obecnevynBaeT nUx

ol o e, TV ISUROS W

o o MOPCPOQIYHKUMOHaANbHOE
pa3Hoobpasue.

Hobenesckoit npemuu.



PermoHcneundun4HOCTb TPAHCKPUNUMN reHa
w(g B UMarnHarnbHbixX guckax Drosophila
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TKkaHecneunmnUYHOCTb 3KCNpeccumn reHa
obecneymBaeTcs perynsaTopHbIMM 3rieMEHTAMMU

Elastase gene from mouse and
growth hormone gene from human
are identified and isolated

DNA construct engineered, containing
control region for elastase and the gene
for human growth hormone

Fertilized mouse egg is injected
with the DNA construct

Human growth hormone is made
in the mouse pancreas

control mouse elastase
region gene

PRI WX

control  human growth
region  hormone gene
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[ notesa Pnyappa
- [ ONbOLLIMNTA O6bsichsiowas

andodepeHumnanbHyo akTUBHOCTb MEeHOB.
Bo Bcex kretkax paboTaloT BCe reHbl, HO
NX MPOAYKTbI UCMbITbIBAOT Pa3Hyto
cyobOy B pasHbIX YacTax aMOpuMoHoB. T.
e. MopPodyHKLMOHaNLHoe
pa3Hoobpasne obecneymBaeTcs
andodepeHumanbHbIM
doyHKLMOHMPOBaAHNUEM NPOAYKTOB reHOB.




[Mpumep andpdepeHUnanbLHOro
doYHKLUMOHNPOBaHNSA NMPOAYKTOB 9KCMNPEeCcCumn reHoB
B LMTONNa3Me KneTok

CenekTuBHas KOHUEHTpaUms
MRNA Vg1-reHa B
obnacTtu BeretTaTMBHOro
nonga Xenopus oouuTa.
[locne onnogoTBOpEHUd
ANLEKNETKN, Kognpyembin
Vg1-6enokK BbINOSHSAET
BaXXHY0 PyHKUNIO B
doopMmMpoBaHuUKn nepegHe-
3agHeun ocu pasBuUTUA




BTopon npuHUUN reHETUKN Pa3BUTUA —
aaepHo-uuTonnasmaTmyeckme OTHOLLEHUSA
onpenenatoT perMoHanusauuio
pa3BKMBaloOLLErocs 3apoablLla

* [1o T.MopraHy — B pa3HbIX YacTax 3apoablLla
paboTaloT pasHble reHbl, NOTOMY YTO aapa
nonagatoT B pasHylo LUUTonnasmy, cogeprkallyto
pa3Hble BellecTBa akTUBUPYHOLLUE MEeHbI.

* [1o P.lonbaAWwWMMTY — B pa3HbIX YacTax
3apoabilla PYHKLNOHNPOBaAHME reHONpoa4YyKTOB
pasnunyaeTcs, TaK Kak pasHaa uurtonnasma
CENieKTUBHO CNOCODCTBYET NUNKU NPENATCTBYET UX
aKcnpeccumn.



[lepeHoc oonnasmbl U3 nepegHen Yactm Wi-
oouuTa B cpeanHHY 30HY bicoid-oouunTa
NHOYUMPYET aKTUBHOCTb rEHOB Onpeaenatowmnx
doopmMmunpoBaHME rofIOBHbIX CTPYKTYP AP030dPusbI

A P
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Some anterior structures develop

Wild-type egg Wild-type larva
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' Wild-type e bicoid mutant eqq psb -

i) g 99 e 4 =W
N, &k g5 pos. I bwcod Thoraclc peaq Thoracic
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= prote: segments ' C20 segments

bicoid mutant egg bicoid mutant larva




TpeTuin NpUHUMN reHEeTUKA
Pa3BUTUS

e Bzavnmoaencreue reHoB B
npouecce pa3BUTUA.

* Pag dpeHOMEHOB — peLeCCUBHOCTD,
9KCMNPECCUBHOCTb, MEHETPAHTHOCTD,
CneymnmnYHOCTb U KOMMNETEHUMA K
MHOYUUPYEMOUN aKTUBHOCTU
NoATBEPXOAkT cnpaBeaniMBOCTb 3TOrO
npuHUMna



[Mpnmepbl peueccUBHOMO 1 AOMUHAHTHOTO

npoAaBJieHNAd MYTaAQHTHOIO NreHa

Recessive mutation (e.g. white™)

Semi-dominant mutation (e.g. Brachyury)

Genotype Phenotype Genotype Phenotype
Wiid type Normal Wiid type Normal
white” \ Vd - - (M
AN e bt/ — P\ VI — ’\"‘&»Q)
white® N .
Heterozygous mutation Normal Heterozygous mutation Deformed tail
white* ’ £
AN b P\ VR —" T . s " v‘\‘\
PN VI G, —T 4 AN (X K.&'..S.._)
white™ T -

Homozygous mutation
white™

AN
AN e X

white™

Whie eyes

Homozygous mutation
T
P, VO w—T7

AN e X
T

Embryonic lethal
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Waddington C.H.




deHoTuNMYyeckoe nposaBneHne
MyTauum ss y Drosophila.

wild type aSc
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nniocTtpauunsa K « TEOPUN KaHanm3aunm pa3Butnd»,
Ha nNpuMepe paboTbl reHOB B NpOLEeCCce pa3BUTUSA
OVCTaribHbIX CTPYKTYP KOHEYHOCTEN Op030dPuUnbI

' D
d,ds>* (swelling)
f)"i“PP

tarsus-like

swollen tarsus-like

D
b § — short tarsus-like

(duplication) ds 38k
!

normal arista
thread arista

i short arista




UnniocTtpauma K «TEOPUN KaHanu3auum pa3BuUTUA», Ha
npumMepe Wwapa CKatbiBalowerocs no noBepxHOCTN ropHoro

penseda
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CoBpeMeHHbI niaH NOCTPOEHUS
9KCNepuMeHTanbHOro UCcrnegoBaHNs reHETUKN
pa3BUTUA Npeanonaraert:

- BbiiBNeHne reHeTu4eckn AeTEPMUHMPOBAHHOIO pasHoobpasust no
NHTEPECYILLEMY MPU3HAKY

- reHepauusi n otbop MmyTaumn
- flokanunaaumsa reHa Ha XpoMocome
- BblaeneHne 1 KroHMpoBaHMe reHa
- cekBeHnpoBaHue reHa u ero npogyktos (PHK n 6enka)
- aHanus 9KCnpeccun reHa B passuTum
- onpepgerneHne perynatopHbIX 30H KOHTPOSTMPYIOLLIMX 3KCMPEeCCUto reHa
- MONeKYNApHO-reHeTU4YeCKNUin aHanns3 B3amMoaencTBus reHa ¢ apyrumm

reHamu
AHanu3 annUreHeTU4ecKon perynsaumm TPaHCKPUMNLUNN reHOB



OCHOBHbIE HarpaBJi€EHUA TEHETUKHA
Pa3BUTNA Ha COBPEMEHHOM 3Talle

3y4eHne npoueccos
KOHTPOSINPYHOLWMX OOreHe3

3y4yeHne reHoB y4yacTBYHOLLMX
B doopMmnpoBaHum
CerMmeHTapHoOro CTpoeHna Tena

3y4yeHune reHoB 1 nx
B3aMMOOENCTBUSA B npoueccax
KOHTPONUPYHOLWLMX
dopmmpoBaHne MAEHTUYHOCTH
opraHoB (rOMeO3UCHbLIE reHbl)

3y4eHne reHoB
onpenenarLmx
cneymMdPUYHOCTb pasnnyHbIX
CTPYKTYp OpraHoB U TKaHeW

N3yueHne reHoB KOOUPYOLLNX
TPaHCKPUNUMOHHbIE (haKTopbl,
KOHTPONUPYOLLNE pasnnyHble
aTanbl pasBUTyUS

N3ydyeHne curHanbHbIX nyTeun
KOHTPOSINPYHOLLMX
nponundepaumto,
nonapusaumio, OBUXKEHUE U
nporpaMmmpoBaHHY0 CMepPTb
KIeToK B npoLecce
opraHoreHesa pa3BuBatoOLLNXCA
OpraHoB N TKaHeu

N3yyeHne reHoB BOBIIEYEHHbIX
B NPOLIECChl pereHepauum
OpraHoB N TKaHel

3y4yeHne reHoB y4yacTBYHOLLMX
B peakuun opraHM3moB Ha
BO3OENCTBUE CTPECCUPYHOLLNX
doakTopoB

I/I3yL|eH|/|e ANMNreHeTN4YeCKnX
MEXaHN3MOB peryndauunn
TpaHCKpunnumnm reHoB



LWnunika pri-mmkpoPHK

(nepitHoi MakpoPHK) uil Exportin-5
A | iy
| Benok Exportin-5 TpaHcnoptupyer \( : 2'/> B 310 Bpems oaHa U3 Lienen, u3BecTHas
neparyHyto Mukpo-PHK (pri-mkpoPHK), WY KaK nuaupytoLLas Lienb, CBA3LIBAETCA
NPeACTaBNALOLLYI0 COBOM WNUNbKY, M3 Aapa. | ¢ 6enkamu, o6pasys PHK-vHayLmMpyembIi
KOMMEeKC BbIKNIoueHUs reHa. [ipyras uenb
o («naccaxupckan») 06bI4HO
pa3spyLuaeTcs.

MexaHn3m 3TOro eLué noka He 40 KOHLIA ICEH.

2 ®epmeHT Dicer (He nokasaHo) paspe3saet
pri-mukpoPHK, oTpesaeT netnio Wwnnnbku, o —
ocTagnss MUKpoPHK-aynnexc. Ay T "'|: n ,.

[ynnexc mukpoPHK
«[Maccaxvpcrasy Lenb

4 B xvBoTtHOM knetke MMKpoPHK

He NOMHOCTLI0 KOMMIieMeHTapHa
csoeit MPHK-muLLeHu.

MukpoPHK

/- 5'

1

3penas MukpoPHK Hykneon
komnnexc MvkpoPHK ¢ Berkami onena Z&nggomnoe Hanpotve Haxoptea A ;
(PHK-mHayUMpyembii !
KOMMNEKC BbIKNKOYEHUA reHa) ; ¥ Q % !
HecooTBeTCTBIE OCHOBAHMI ’
" - ; ‘
3B PaC'lWeanOﬁ KneTke A\ 3' Morm(A)-xsocT
mukpoPHK noytv P o /
NONHOCTBLHO KOMMJIEMEHTapHa $\¥@ : Seed-pervioH (Hykneomabl 2—38)
cBoeit MPHK-muwweHu. Papupupny  CCTHOMBLIEAG prGocou \ MorHoe COOTBETCTBYE OCHOBAHN
MukpoPHK cesisbiBaeTcs A
CO CBOE# MULLIEHLIO U B Hyineoa 9 5 PHK-HayumpyembIi komnne
BbI3bIBAET € P2 Hanpotvis Haxogymest A mrv U BbIKMIOYEHMS reHa Gnokupye:
Hyknieomap! 13—16 TpaHcnaumuio MPHK-muwwieHy,
Xopouiee cooTBeTCTBME a TaKKe YCKOpsieT AeafeHNNN
OCHOBaHA (paspyLueHvie nonu(A)-xsocra),
Np1BOAsILLEe K CKOPOW Aerpa)

MULLIEHW.




