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XPOMOCOMHDIE MYTALNUMU -

- XPOMOCOMHbI® NEePEeCTPOUKM,
ABNAIOWMECA HEPETYNAPHLIM TUNOM
XPOMOCOMHbIX KOMOMHAUMKU U
NPOABNAIOWMECA HACNEACTBEHHbIM
deHoTUNUYECKUM 3PP EeKTOM

- [B oTAMuME OT pe2ynapHbIX KOMBGUHALMMK

Luenbix (HenoBpexAeHHbIX) XpOMOCOM B
meunose]




XPOMOCOMHbIE NEPECTPOMUKMU:
/ \

- BH UXpOMOCOMHBIE - MQ)KXEOMOCOMHI:IQ

- U3MEHEHMUA, - 06MEeH yvacTKaMm
NPOMCXOAAWME BHYTPU  MeXAY
00HOU XpOMOCOMbI HEe20MO/102UYHbIMU
XPOMOCOMAaMM,
Bbi3blBaIOWMMH

U3IMEHEHUA rpynn
CUuenN€HuA reHos




XPOMOCOMHDBIE MYTALIUU:
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MexaHu3M eAUuHbIU — «pa3pbie U
80CC0eQUHEeHUEe» XPOMOCOM B HOBbIX
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AEJIELUNA - NOTEPA YHACTKA
XPOMOCOMDBI:




1. AEJIELUNN.
- TepMuHanbHbIe - UHmepkansapHbie

- NOTEPA KOHLUEBOr0 - yrpara y4acTKa Ha
y4yacTKa BHYTPEHHEM Y4acCTK
XPOMOCOMbI XPOMOCOMb!

.ABCbEF .ABrﬂEF
|

.;4_32 JABEF




- NapaueHTpuyeckue - lMepuueHTpuiec

A — A

P UM P
B — B
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D — Xpomocombl 6e3 yeHmpomepsb
. J mepsiromcs
E -

Oeneuuu, 3aTparuearowime NPOTAXKEHHbLI
PanOHbl XPOMOCOM, NeTanbHb!



NPU AENEUMAX -

YKOpPO4YEHUE XPOMOCOMbI B /11060OM Cnyvae

Bceraa HEXBATKA reHeTtMuyeckoro Mmarepuana!

- Notepa reHos
- NoABneHue neTnu B Menose npu

KOHBIOrMPOBaHUM XPOMOCOM 3a CYeT

BTOPOro roMosora

. ®opmupyet netnio HOPMA/ZIbHbIU romonor

- PeueccusHble annenu (c), Haxoaau\Meca B

3TOM Y4acCTKe, NPOABAAIOTCA
- KpoccuHroeep 3atpyaHAeTCA

ABDEF

ABODEF
C




NETNA B MEMO3E:

ABDEF

A BUCDEF

N,

I'omonor
C Aeneuunen

&
HopMmanbHsiii b -
romonor a d e
=
= o
Bua reTepo3uroTHoM aeneuMH B MOMHUTEHHBIX _'z_'
xpomocomax aposoduast [Painter, 1934) A D E

Puc. 1. CxemaTunyeckoe niobpaxeHue
KOHBIOrayun NosIMTEHHbBIX XpPOMOCOM Apo3odunbl
B HOpPME C Aeneuunen




NPOABNEHUE PELUECCUBHOIO ANNEANA:
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NEPEKPbIBAIOLMMUCA HABOP AENELIMU
MCNONb3YIOT NPU KAPTUPOBAHMU MEHOB:
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2. AYNJIMKALUAA XPOMOCOM -

lMosieneHue
HAOIMNOJIHUTEJIbHOIO
Hacs1e0CcmeeHHO0:20

Y Mamepuana,

UOEHTUYHOI O mowmy,
KOmMopbIU yXe ecmb 8
2eHoMe




AYNJIMKALMN XPOMOCOM:
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. National Library of Medicine



+ OwKOKMU pennuKraluu |
- HepaBHOro KpoccMHroeepa
(B 3TOM c/lydae 8mopou 20M0J102 - C AeNneLumnen)

- HepacxoxaeHna HOpMaZbHOU XPOMOCOMbI U
ee CU/IbHO YKOPO4EeHHOro aeneuyuen
romoJiora

Pae. V14, Cxcua NEpacxoxACHRA XPOMOCOM B FAMETOTCHEIE W PEIYAMTATM
OIAGICTROPEHNR




B MEMO3E:

KoHbrOrauma XxpomMocombl €
aynnuKauuen u 5‘;“2?123;3,,
HOpPManbHOWU XPOMOCOMbI

I HopMmanpHbri

®opmMupoBaHue E
KOMMNeHcayuoHHOU nemnu |

Bu reTepo3uroTHoii Jeseudr B MOJMTEHHBIX
Xpomocomax apo3oduisl [Painter, 1934]

B oTnuyne ot geneuyun, NeTnio
oOpasyeT gynnuuupoBaHHas
XpoMocoMa




MHo2ue 2eHbl 8 2eHOMEe 3VYNJIUUUDOBAHbI!

lNpakTu4yecku y Bcex opraHu3MoB B HOpMe
HabnoaaeTcA MHOXECTBEHHOCTb NreHOB,
koaupytrowux pPHK (pubocomansHyto PHK).
JTO ABNEeHMe Ha3BanM U3ObLITOYHOCTLIO FeHOB

Tak, y E. coli Ha [JHK, kodupyrowyro pPHK,
npuxodumcs 0,4% ece20 2eHOMa, Ymo
coomeemcmeyem 5-10 konusamM Kaxx0o20 u3
pubocomasnbHbIX 2eHO8



PO/lb B 9BO/IIOLIMMNA:

HA BA3E AYN/IMUUPOBAHHbIX TEHOB BO3HUKAIOT
HOBDIE 'EHbI, 4TO OBOrAWAET FrEHOM U AENAET
ErO BOJIEE NOMEXOYCTOUYHUBDIM
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CTpoeHue Knacrepos rnoGMHOBLIX reHoB
venosexa
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UHBEPCUU XPOMOCOM - NNOBOPOT
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CxemaTHyeckoe m3ofpaxeHye HHBepCHH

A. HOpMATBHASA XPOMOCOMA
B. MHBep THPOBaHHAA XPOMOCOMA
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UHBEPCUM.
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MNepuueHTpUYeckas UHBEPCUA

A E D C B F
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[TapaueHTpudecKas HHBEPCHUS

A B C D E F

A 4

HopmanbpHast xpoMocoMa

A B C D E F
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p A

HopmaneHasi XxpomocoMa
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[lepuuentpuyeckass HHBEPCHS




Mpu uHBepcuAx He NPOUCXOAUT NOTEPU

reHEeTUYECKOro MaTepuana, No3TOMY
MHBEPCUM MOTYT HE BIMATbL Ha FEHOTUN

Ho! -
MueBepcuu
3HAMUTENIbHO U3MEHAIOT MEUOTUYECKYIO

KOHBblOrauuio XpoMoCcom U NpUBOAAT .

- 1. K AYNIMKaUWM OAHUX U AeNeumnm APYrux
reHoB B 06pasylowmMxca xpomaTmaax,

- 2. K «3alpaHnio KPpoCCHUHIroBepa»




NEPULEHTPUHECKAA UHBEPCUA:

B cuHancuce
oOpa3yeTcs
nernsa

Pe3ynbmam: lNomeps 0OHUX U
dyrniukauusi opyaux 2eHoe

A B C D E F
-

4 4

HopmanbHasi xpoMocoma

4 EDCBF
A A

[lepuueHTpuueckass HHBEPCUS

Hynnukauus F u neneuus A




MAPALIEHTPUYECKASA MHBEPCHUA NPUBOAMUT
K «3AMUPAHUIO KPOCCUHIOBEPA»>:

A F

1 ' HopmManpHasa X pomocoma

A

E e S e T A s e e
JuuenTpux

B

F B C D E

C

D ALieHTpUK

Pesynbmam: pa3pbie duyeHmpuka u
nomeps aueHmpuka — m.e. KnoccuHa206e

npueodum k nomepe ob6eux XxpoMocoM




£ B [
|| ]
b [
£ B (i
| 1
a ks g [
D
A b = [
.l'-'l. o dynmaEauas
Haxual K&

- A NPU
MHBEPCUM

HEPABHbIU
KPOCCUHIO
NPU

. AYNIMKAUM

«3AI'IMPAHM
KPOCCUHITO



OAHAKO! Y TOMO3UIroT NO
MHBEPCUAM:

© Meno3 nporexkaeT 06bI4MHO

@ JTO 06CTOATENLCTBO NPUBOAMUT K
COXPaHE€HMI0 BO3HUKLUMX MHBEPCUM B
FrOMO3MroTHOM COCTOAHMM

© MoABNAIOTCA IMHUU, HE CMELLUBAIOWMECA C
0CTa/IbHOU nonynAauMen

@ B aBonoymn 3TO OCHOBA ANA
pacxoxaeHua BUAOB




TPAHCJ/ZIOKALUMU (T) - OBMEH
YYACTKAMUAU HETOMOJIO NYHBIX
XPOMOCOM:

Before translocation After translocation

Chromosome 4

9TO MEXXPOMOCOMHbLIE OOMEHbI




r| Buabl XPOMOCOMHBIX MyTaLMiA 1

BHYTPUXPOMOCOMHbBIE MexxxpoMocoMHble
4 L 4 Y
Neneuws| | | Qynnukaums|[ Peunnpokusie | | | Hepeumnpoktbie

[Wneepcuidledical Planet. s UenTpudeckoe’

— MeduuuHa dng 8ac. CnNUAHKe

|nar. reciprocus —
BO3BpaLlalowmncs,
B3aUMHbIU]

TpaHCN0KaLMM.

- PeyunpokHble
- HepeyunpokHbie
- PoGepTcoHOBCKUE




BAPUAHTbI TPAHC/IOKALIMM:

- CobcmeeHHO MpaHCNAoOKayuA - NePeHOC yHacTKa
OAHOM HErOMONOrMYHOM XPOMOCOMbBI Ha APYryio
[HepeyunpokHaa)

- TpaHcno3uyua - NEPeHOC y4acTKa XpPOMOCOMb!
pyroe MecTo Ha TOM XXe XpOMOCOMe
HepeyunpokHaa mpaHcaokayua]

- PeuyunpokHaa mpaHcaokauusa - 2 HeromonoruvH
XPOMOCOMbI OOMEHUBAIOTCA YHaCTKaMM

- PobepmcoHoBCKaA mMpPpaHCAOKayuA - 2
HEroMmonornviHbole XxpomocomMmbl OOBLeAUHAIOTCA B

OAHY




- CéanaHcuposaHHble MPAHC/I0Kayuu -

3mo nepecmpoUKu, Komopbie

He CONpPOBOXAAKTCA YTPATOMU
2eHemu4ecKkoz2o0 mamepuasa (m.e.
MPAHCJI0Kayuu, peyunpoKHbie
mpaHcJ10Kayuu u mpaHcho3uyuu)

- HecbanaHcupogaHHble MPAaHC/I0Kayuu -
mpaHcJIoKayuu, npu KOmopbix 8

pe3y/ibmame nepeHoca 2eHemu4ecKul
mamepuan dobassiaemcs uau
ympadusaemcs




CBANNAHCUPOBAHHAA TPAHC/NOKALIUA:

Xpomocoma 20

:

=

y

Xpomocoma 4

A

TpancaoLmpoBaHHas
xpomocoma 20

TpancaoimpoBaHHaA

Xpomocoma 4

b

CxemaTmdeckoe u3o0fpakeHne TPaHCIOKALIM XPOMOCOM
A. HOpMAJILHBIE XPOMOCOMBI
B. TpaHCJIOLMpPOBAHHELIE XPOMOCOMbI




HECBAJIAHCUPOBAHHbIE TPAHC/ZIOKALUUMU -

makue mpaHciokayuu, @ pe3ynbmame KOmopbix
2amemax ¢hopMupyromcsi HenoJIHbIe KOMIMNeKMbIl 2eHO8,

m.e. 603HUKalom HecbanaHcupoeaHHbIe CMPYKMYPHbIe
U3MeHeHUs! XPOMOCOM

'_’o L
| J o6
l0boe «paspeweHue» makoa
quadriradial stucture pasp 0
Kpecma rnpueedem K

u3bbimo4Hocmu 00HUX U nomepe
dpyaux 2eHoe 8 2ameme




ObPA3OBAHUE U PA3PELLIEHUE
F’ETEPO3UIOTHOA PELUATIPOKHOM

TPAHC/IOKALMMN B MEMO3E:
ABCD EFEFGH
ABCD ’ EFGH
ABGH EFCD T —.
ABCD ’ EFGIH




PELMNPOKHAS TPAHC/IOKALIMA MEXAY ABYMS
HEFOMO/10r M4HbIMM XPOMOCOMAMM NPUBOAUT
K OBPA30BAHUIO NPU KOHBIOTALUMM
KBAZIPUBAJIEHTA, B KOTOPOM XPOMOCOMbI
OBPA3YIOT ®UIYPY KPECTA BNIATOAPS
NPUTArMBAHMUIO FOMO/IOMMYHBIX YHACTKOB,
PACNONIOXKEHHBIX B PA3HbIX XPOMOCOMAX




B MEMO3E KOHBIOFALMA XPOMOCOM Y
FETEPO3UIOT NO TPAHCNIOKALUAM:

@ MaxuHema Meno3a - o6paszoBaHUe KpecTa
@ AvnnoteHa - o6paszoBaHMe XMa3M

@ TepMHMHanM3auma xmasm NpPpUBOSMT K
o6pa3oBaHM1IO KOJbLa M3 4-X XpoMaTHA
(«pa3pelueHue CTpyKTypbl Xonnmpea») - KoHew,
MeTtadasbl - «COCKa/Ib3blBaHUE XHMaA3M»

@ AHadasa - Ko/bL0 pacnagaeTtca Ha 4 XpOMOCOMbI
(No 2 K KaXXA0My NOIOCY)

@ (ModobHbIe npoyeccbl npoucxodam npu
KpOCCuH208epe - nepeKpecme HeCeCmMpUHCKUX
xpomamuao)




2 BAPMAHTA UCXOZA KPOCCUHIOBEPA
MEXXAY FETEPO3UIOTAMM MO PELIMNPOKHOM
TPAHCJ/IOKALMM (BCEFO 6 TUMNOB KJETOK):

- 1. B KN€TKe NOoJIHbIM KOMMJIEKT reHoB (2)
2. AHOManbHble KOMN1IEKTbl FreHOoB (4):

- 4YaCTb reHoB 1 XpOMOCOMbI OTCYTCTBYET

- = ApYrana 4acTb U3 APYroM XpOMOCOMb!
npeAcCTaBNneHa ABaXKAbl

- [amMeTsbl, Hecyuwue depeKmHble XpOMOCOMblI,
06bIYHO He pa3s8usarMCcA uJiu NorméarT HA
PAaHHUX 3manax smbpuozeHe3a

(Takxe aHasoa2usi ¢ KpoccuHaoeepom!)
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POBEPTCOHOBCKAA PELJMIMPOKHAA TPAHC/IOKALMA

(TPAHC/IOKAUMS MEXKAY 2-MS AKPOLIEHTPUYECKUMM
XPOMOCOMAMM):

e ©
oy
ﬁ : p
21 ﬁ §
14 KOpOTE He
fpar ThI
/ o LN
A’le 111 Vel‘. CO OEE XPOMOCOMEl PofiepTcoHoeckaA
& THITHHE... TRaHCNOKA LKA

PobGepTcoHOBCKas TpaHCnoKaLus —
noTteps KOPOTKUX nrey 2-x
aKpOLIEHTPUYECKMX XPOMOCOM M
o6beaAuHeHne 2-X ocTaBLUUXCA
ANWHHbIX Nsied B 04HY XPOMOCOMY




FEHETUYECKUE NOCAEACTBUA
TPAHCNOKAUMN:

- FeHbl TPAaHCNAOUUPOBAHHOIO YHACTKa OKa3bIBAlOTCA
nepemMeweHHbIMU B MHYIO rpynny CUEeNnNeHUA -

Aeiicrayer 3@%’“" NOJIOXXeHUA eeHa

- PesynbraTbl MeM0O3a reteposmror no t:
- AHeynnouama, BeAywan K CHUKEHUIO NN1I040BUTOCTH

- YABOEHME UM NOTEepA (PparMeHTOB XPOMOCOM (HacT
reHoB U3 rpynnbl CUEeNNeHUA)

- U3MeHeHue umcha reHoB (2 aKkpoueHTpuka obpasyto
1 MeTaueHTpuK npu PobepTcoHoBCcKOoM t)

- B 3BonoyuMM CNOCOGCTBYIOT PAaCXOXAEHMUIO BUAOB
(NoA06HO UHBEPCUAM)




