Xenaellb 3HaTb, YTO OTNIMYAET HAC OT yTKOHOCcA?
Cpepa, WecTHaaLUaTb ABa HOMSA: OTBET Ha BCe BOMPOCHI.




MMMNPUHTUHT B TKAHAX TPUNIOMAQHOIo saHagocnepma
Y LBETKOBbIX PpacTEHUM

MNonepeunsih paszpes userxa

MPONKKHOBEHME NbinbUEBOR TPYOxw ®

JAPOALIWEELIA MEWONK
9 10
i
12
13




|/|MI'IpI/IHTI/IHI' B 3TOJIOTUN N NMCUXOJ10TUN




TepMUH XpOMOCOMHbIW
MMMPUHTUHT ObIN NpeanoXeH
Ons onMcaHusa MmexaHusma
onpeneneHns nonay
N1040BbIX KOMapPMKOB
(Sciaridae, Diptera)



MMNpUHTUHT (OT aHrmn. imprint - ocTaBnATb cred, 3arnedartsieBarb,
doukcupoBatb) -  JMUrEHETUYECKUM  MEXaHU3M,  PErynmpyroLmn
aKTUBHOCTb OnpeesrieHHbIX reHoB B 3aBUCMMOCTM OT TOro, OT KOro u3

poauTenen yHacneaoBaH annerb reHa.

MHbIMKN  crioBamum, UMINPUHTUHT  UHAKTUBUPYET MaATEepPUHCKYIO (D,J'IFl

HEeKOTOPbIX FEHOB), IMOO OTLUOBCKYH (O4NS ApYrnx reHOB) KOMWIO reHa.



MMNPUHTMHI 0OHapyXeH TOMNbKO Y MITEKONMUTAOLLINX
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OKBMBANEHTHOCTb PELUMPOKHBIX CKpEeLLBaHUI

[1nsa 6onbLUMHCTBA FEHOB HE Ba)XHO OT
KOro u3 pogurtenen yHacnegosaH
annenb. Obe Konuun reHa akTUBHBbI.

[na npumepa:

Ecnun oanH n3 pogmutenen Kkapernasbii,
a apyrow 3eneHornasbin - pebeHok
OygeT kapernasbiM, BHE 3aBUCUMOCTH
OT TOro, KTO U3 poauTenen nepegan emy
reH «Kapux rnas».

B cnyyvyae mMnpunHTUpoBaHHbIX TEHOB
npodasrieHne nNpu3Haka 3aBUCUT OT KOIo
n3 pOﬂMTeﬂeﬁ YHaclegoBaH arsierib.

== -"reH 3eneHbliX rnas” peuecCcuBHbIN
mm -"reH Kapux rnas” OOMWHAHTHbIN



CnepyeT oTnnyaTtb UMMAPUHTUHI OT HEPABHOIO «r€HETUYECKOro
BKnaga» poauTtenemn
- Y-XPOMOCOMHbIE reHbl (HacneayrTcd TOSTbKO OT oTua)

- MUTOXOHApPWanbHbIE reHbl (HAacnayTCA TONBKO OT MaTepu)

MMNPUHTUHT — peakoe aBneHne. IMNpUHTUHIY noaBepratoTcs He

oonee 1% reHos.

Ha cerogHAWHNM OeHb Y MbIWK onncaHo Tonbko ~140

UMIMNPUHTNPOBAHHbLIX TEHOB.



OO MMNPUHTMHIE YENOBEYECTBO Y3Har0 ThICAYM NET
Ha3aa!




OnbITbl IO MUKPOTPAHCNNaHTaLMUN NPOHYKIEeYyCcoB

S AVAV/

OTLOBCKUI MPOHYKeyc

MaTEePUHCKNIA MPOHYKIIEYC

AHOPOreHETNYECKUI

9MBPUOH

MUKPOMUMNeTKa

MMHOreHeTu4YeCcKnn
9MBpPUOH



[MHOoreHeTNU4Yeckne aMOPUOHBLI NormdatoT U3-3a HeJopPa3BUTUS NMPOBU3OPHBIX OPraHoOB
AHOporeHeTU4eckme — n3-3a HeopasBUTUS caMoro amMobpunoHa

Normal zygote Gynogenctx ' zygoxd Androgencix ‘zygoxd
manipulate
germ cells

9MBPUOH

pathologic
nterpretation

YKENTOYHbIN MEeLLOK

TpodobnacTt

Surani, McGrath and Solter, 1984-1987

Takum 06pa30M JOKa3aHO cyuiecrBoBaHne reHoMHOro MMNpUHTUHIA.



CxeMa knacTtepa UMMNPUHTUPOBAHHbIX FTEHOB

|—>
OTuOBCKUW annenb —-
< <
MaTepuHCKNiA annenb w8 N — -
<

I 6enokkoanpyroLme reHol

. reHbl Hekogupytowlen PHK

O ICR, paloH KOHTPOSTMPYIOLLUIA UMIPUHTUHT



Fertilization

Egg

ﬂ Sperm Zygote

[1pu cospeBaHun ramet
UMMNPUHTUHT, YHacre4oBaHHbIN
OT poauTenen, ctTupaeTcs u

“ECJ Germ cells
=z
3aTem ycTaHaBn1BaeTCs 2
%
%

N Oogenesis Spermatogenesis
HOBbIN, B COOTBETCTBUE C

nofiom amMopuroHa.

Primordial germ cells

B comaTtnyeckux knetkax poanTenbCKUi MMMNPUHTUHT
COXPaHSAETCH Ha NPOTSAKEHUN BCEN KU3HUN 0COOM.

Q@

Somatic cells



Cxema paboTbl UMMNPUHTUPOBAHHOrO nokyca Igf2-H19

IGF2
Paternal

Enhancers

Maternal
ICR H19 Enhancers




CDyHKLI,I/Il/I UMIMNPUHTNPOBAHHDbLIX NTEHOB

o 50% reHoB BOBMNEYEHbl B PErynsumio
AMOpPUNOHAaNbHOIO N NOCTHaTaNbHOIO PocTa

o 20% reHoB BOBJie4EHbI B HENPONOrn4yeckme
npoLecchl

o [Hna octaBwmnxcsa 30% buonornyeckasa porib
He N3BECTHa
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Nymanapa




bones3Hn cBsi3aHHbIE C HapyweHnem NMMMNpMHTMHIa y 4erfioBeka

CUHOPOM
MNpapepa -
Bunnu

CUHOPOM
JHrenbmMaHa
(cnHppom
"cyacTnMBOMU
KYKnbl")

CUHAPOMOM
Paccena-
CunbBepa

CUHAOPOM
BuaemaHa-
BekBuTa

XapakTepusyeTcs yMCTBEHHOWN
OTCTanoCTbiO, MbILLEYHOMN

FMNOTOHUEN, CUMNbHBIM OXXUPEHNEM,
rMNOroHagn3MoM, HU3KUM POCTOM,

aKpoMukpmnen

XapaktepusyeTtcs HeagekBaTHOM
CYaCTINBOW YNbIOKOW 1 rnyboKon
YMCTBEHHOW OTCTasiIoCTbiO C
PE3KNMU KYKOSTbHbIMU
CYLOPOXXHBIMU ABUXEHUAMU

3Ha4YUTEesIbHOE rnpe- n
NMOCTHaTalibHOE OTCTaBaHNE B
pocCTe, HapyLUeEHUA pPa3BUTUNA

CKeJieTa

XapakTepusyeTcsl rmraHTU3MOM,
Makpornoccmen, nyrnovyHou
rpobken (omdpanouene) wu

YBESTMYEHHbLIM PUCKOM Pa3BUTUS
9MBPMOHarnbHbIX ONyxoneu

matUPD15;
aeneums pamoHa
15911-13 OTLOBCK.

XPOMOCOMBbI

patUPDL15;
aeneuuvs pavoHa

15q11-13 maTepuHck.

XPOMOCOMBb

matuPD7

patUPD11

000S¢
-00001 eH |

0000¢

-00001 eH |

00000T
-000€ eH |

000¥%1L eH |



bones3Hn cBsi3aHHbIE C HapyweHnem NMMMNpMHTMHIa y 4erfioBeka

AnarHo3

Xopes XaHTUHITOHA

CnunHouepebpanbHas
aTakcus

MunoTtoHn4yeckas
aucTpodus

HenpodundbpomaTtos |
Henpodubpomatos Il

Hedpobnactoma
(onyxonb Bunbmca)

OcTteocapkoma

XpomMocoma

19

17
22

11

13

npumMmevaHue

Pas3BuBaeTcs 3Ha4nUTENbLHO paHblLle eCrn
HacneayetTca oT OoTua, No3xe ecrin OT MaTtepu

HaunHaeTcs paHo ecnu HacnegyeTcs OT oTua

Tonbko npun HacnegoBaHMn OoT Matepu

HaunHaeTcsa paHo ecnun Hacnegyetcs oT
mMarTepu

B kneTtkax onyxonun HabntogaeTcsa noteps
MaTEepPUHCKOWN XPOMOCOMDbI

B kneTkax onyxonun HabniogaeTcsa noteps
MaTEePUHCKON XPOMOCOMbI



Bo3HMKHOBEHWE NMIMPUHTUHTA.
[MnoTes3a «KOHJNUKTa NHTEPECOB poauTeneny.

»Ob6a poguTenst CTpeMATCA YBENMMYNTL LLIAHCHI Ha 9BOSTIOLMOHHLIN yCcnex
CBOMX rEHOB, 3a CYET PecypcoB TosbKo ogHoro (1) n3 pogutenen — martepu.
=OTUOBCKME reHbl ynyylatT pa3BuTue nNnaueHTbl Ans nyywero nnTaHus
9MOpUOHa, 3a CYET PeECYpPCOB MaTepW.

*MaTtepuHCKMe reHbl yxyaLlarT NnTaHue nnoga Yepes niaueHTy, CTPEMACH

C3KOHOMUTb pecypcChbl, AIA YTOObI MMETb BO3MOXKHOCTb BbIHOCUTb Y Apyrnx

NMOTOMKOB (BO3MO>KHO OT Apyroro OTLI,a).
) Placenta




|IGF2 npu cBasbiBaHun ¢ IGF1R
OKa3bIlBaeT buornornyeckoe nencTBue:
perynmpyeT npouecchbl pocTa
obrnagaeTt MHCYNMHONOOOOHbBIM U
MUTOreHHbIM OENCTBNEM



IGF2R - aHTaroHucT IGF2, nockonbky
CHMXaET KOHUEHTpaLuuMo 4OCTYNHOro
IGF2



[Mpumep B3anmMogencTBus UMNPUHTUPOBAHHbBIX FTEHOB
(IGF2 n IGF2R)

Hopma Heneuuna matepuHckoro IGF2R



[MopTpeT EBreHnn
MapTtuHec Banenxo
(1680r.) B my3see lpago,
Magpua

CuunTtaeTcs, YTo AeBoYKa
ctpagana PWS. Ha
KapTUHE eun 6 neT npu
Bece 54 Kr.



Eutherians

Viviparity
DMR
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Macca geteHbilla Ha MOMEHT poXAaeHUd
(MO OTHOLLUEHUIO K Macce MaTepu)

Neonatal 0.08% 0.12% 15%

Maternal Monotreme Marsupial Eutherian



\

Macca geTeHbila Ha MOMEHT OKOHYaHUA MOJSTOYHOTIO BCKapMJinBaHuUA
|
|

aYaRYaR
e

Monotremes Marsuplals Eutherians

(~3kg) (~3kg)

KpacHbIM — Macca HabpaHHas BO BpeMs
BHYTPUYTPOOHOIO pasBUTUS; \
6exxeBblM — 3@ BpEMSI MONOYHOrO BCKapMITMBaHUS



A Kakue
OCODEHHOCTH
MMMPUHTUHIa Y
6aHaOnKYTOB?

PEG11/RTL1



N3 4yero BO3HUK UMNPUHTUHI?

—> =
OTLIOBCKVIA annenb __I—--

— —3
MaTtepuHcKkum annerm -<_I_--

MmnpuHTUpoBaHHbIN reH PEG10 — «ogoMallHEHHbIN» PeETPOBUPYC

MMNPUHTUHT BO3HMK Ha 6a3e MexaHM3MOB 3allyLLaloLLUX FEHOM OT 3KCMaHCum
MOOUNbHBLIX 3NIEMEHTOB.
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HakonneHne noBTOPSAOLMXCS
nocneaoBaTenbHOCTEN B UMNPUHTUPOBAHHbIX
FIoKycax 1 ux oprosiorax

LTRs DNA elements
) Eutherian
& 2 b Marsupial
g S | ® Monotreme
S m Bird
B = w
il
(431
LT,
ﬂ. Y
]
- il F

Human
Mouse
Dog
Platypus
Chicken
Human
Mouse
Dog
Platypus
Chicken

Opossum
Opossum



MMPUHTUHT B 3BOMOLMN YernoBeka?




