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VIDEOUROK .

MoaundunkaumnoHHass U3MEHYNUBOCTb

3mMeHUYMBOCTb NPU3HAKOB,
KOTOpas NpoucxoauT nus3-3a
OENCTBUSI BHELLHEW cpeabl U He
nepenaeTcs no HacreacrTsy,
Ha3blBaeTCcss moanpuKaumoHHOMN
nnn ¢peHOoTUNN4YeCcKomn
U3MEHYUBOCTbIHO.
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MyTaunu




Umo e makoe mymauyuu?

Kakue oHu bbigatom?
Kakum obpa3om oHu rosiensromces u deucmeyrom Ha opaaHu3m?
Kak npoucxoodum nepedadya makux usMeHeHuUuU credyrouemy

[MOKOJIEHUIO?

7775 [
,"0& AR
7

2

AP B

VIDEOUROK &



MyTaunu

VIDEOUROK .

MyTaumm — 370 N3MeHeHus
reHoTuna, npomcxoasiune noa
BNUAHMEM (PAKTOPOB BHELLHEN

NN BHYTPEHHEWN cpeabl.

TepMuH «myTaumnsay»

(ot nat. mutatio — nsmeHeHue)
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Xpomocoma




VIDEOUROKI.E

MyTaunoHHasa teopua 1901 r.

Xtoro [le ®pus
1848-1935 -
[onnaHackun OOTaHUK, reHEeTUK

Mymauus obo3Hadarna pedkue gapuaHmal

8 rnomomcmee pooumerieli, KoOmophble
He uMersiu maKkoao rpu3Haka.
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Cxema obpasoBaHUA HOBOro rnpusHaka

BHesanHble pe3kne nsameHeHus

HoBbin BUA

BME‘ MyTtauus

MyTauunsa — BHe3anHble U3MEeHeHus1, NpeobpasyroLlime oauH BUA B APYroMn.
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MyTaunu

[eHHble XPOMOCOMHbIE [€eHOMHbIE




VIDEOUROK .

MyTaunu

[eHHble XPOMOCOMHbI€E [€eHOMHbIE

[ @eHHble



[eHHble MyTauuu

VIDEOUROK .

[eHHblE MyTauun CBA3aHbI
C USMEHEHUAMN, Nponcxoadawmnmn
BHYTPU reHa n 3atparmbBarolLinMn
ero 4YacCtb.




[eHHble MyTauuu

VIDEOUROK .

HykneoTuabl — 3TO CNOXHbIE
ouonornyeckne BeLLecTBa.

OHu cnyxaT OCHOBOW A1
noctpoeHuns JHK n PHK.

A3oTucrtoe
OCHOBaHUe

Nie3s

Hykneomud [JHK

dhocdopHon

KWUCNOTbl
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CtpoeHune OHK
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[eHHble MyTauuu

VIDEOUROK .

A30TUCTble OCHOBaAHUA — 3TO
opraHn4yecKkme CoeanHEHUd,
NPOM3BOAHbLIE MMPUMNONHA N MYPUHA,
BXOAsILLIE B COCTaB
HYKITEMHOBBIX KUCIIOT.

[1lpon3BoaHbIE
nypuHa

AQeHuH

['yaHuH

[Tpon3BoaHbIE
nMpuMmnanHa

LinTosnH

TMUH
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CxeMbl CTPpOEeHUS a30TUCTbIX ocHoBaHMK [ HK

[MypvHoBbIE - MMpMMUOMHOBbLIE
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CTpoeHmne XpomMoCOMbI

VIDEOUROK .

XpOoMaTUH — CINOXXHbIN KOMMJIEKC
n3 AHK, 6enkoB 1 HEKOTOPbIX
OPYrMx KOMMOHEHTOB
(B yactHocTun, PHK).

NeH — yyactok JHK, B koTOpOM
cogepXKnTcs nHdopmaums
O NepBUYHOWN CTPYKTYype benka.
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CTpoeHne XpomMoCOMbI




[eHHble MyTauuu

VIDEOUROK .

1. BosHuKaloT B pe3ynbrarte 3aMmeHbl
LenblX HyKneoTuaoB B npeaenax
OLHOrO reHa.

2. Bo3HukaloT B pesynsrate 3aMeHbl
a30TUCTbIX OCHOBaHUN
[NHK B nocnegoBaTenbHOCTW.
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[eHHble MyTauuu

[locnenoBaTenbHOCTb N3 TPEX HYKEOTUO0B KOAUPYET OAHY aMUHOKUCIIOTY.
N3 ammnHokmncnoT obpasytoTca benku
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Cepl'IOBM,EI,HOKJ'IeTO‘-IHaFI aHeMun4d

Kucrnopog

dpuTtpoumnT

emorno6buH (Hb)
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Cepl'IOBM,EI,HOKJ'IeTO‘-IHaFI aHeMun4d
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CepI'IOBI/I,EI,HOKJ'IeTO‘-IHaﬂ aHeMun4d

HopmanbHein ~ CeprnoBuaHbIN
ApUTPOLNT ApUTPOLNT

Cepn
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[eHHble MyTauuu

3amMeHa Mnapbl HYKNeoTnagoB rnpuBesia K 3aameHe aMnMHOKUCIIOThI B benke.
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[TPUYNHBI FEHHbIX MyTaLumn
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[TpUYMHBI FEHHBIX MyTaLUMUiA

dusnyeckume XuMmmnyeckume

v ' HNO2

Temnepatypa
asoTuctaa Kucrnora

@ Unput — GecuBeTHasn
Pagnaunsa
XKUOKOCTb M
A\ J »
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MﬂpMT — DecuBeTHas XXUAKoCTb
C 3arnaxom 4eCHOKa Ui ropyuubl.
boeBoe oTpaBndLlee BewecTBO

KOXXHO-HapbIBHOIoO ONENCTBUS.
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VIDEOUROK .

[TpUYMHBI FEHHBIX MyTaLUMUiA

dunsnyeckune XumMmnyeckme buonornyeckne

N HNO2

Temnepatypa
asoTuctaa Kucrnora

Bupycel

@ Unput — BecuBeTHas
Pagnaunsa
XUOKOCTb M
A\ J »



VIDEOUROK .5
Manspus CeprosuOHOKIemoyHas aHemMusi
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[onoxuTenbHOe BNUSHNE FeHHbIX MyTaLui

CepnoBugHble 3pUTPOLUTLI
«HEenpaBUNbHO BOCMPUHUMAKOT»
ManapuMnUHOro napasura n He
NyCKalT ero BHYTpPb.




VIDEOUROK .

|

\




Y,
Q
4
=
Q
(1]
)
S

I HEe NPOCTO

~

ol

6Hapy>K|/|n|/|, YTO MHOrMe N3 3TUX ocobeHHocTe
(*)eHOTI/II'II/I‘-IeCKI/Ie OTKJTOHEHUA, HO reHeTu4eCKkmne agarntaumnn

YyeHble 0




VIDEOUROK .

MyTaunu

[eHHble XPOMOCOMHbI€E [€eHOMHbIE

XPOMOCOMHbIE
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XPOMOCOMHbIEe MyTaLuun

.
i »

XpOMOCOMHbIe MyTauun — 3TO TUII ‘

MyTauUWUW, KOTOPbIN XapaKTepusyeTcs
N3MEHEHNeM CTPYKTYpPbl XPOMOCOM.
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XPOMOCOMHbIEe MyTaLuun

XPOMOCOMHbIE MyTaLU1 BO3HUKAIOT B pesyrbraTe:
yTpaTbl KOHLEBOW YaCTN XPOMOCOMbI;

Aeneunmn — paspyLleHnst cpegHen 4acTu XpOMOCOMBI;

AyNnvKauumy — yaBOEHUS YacTel XPOMOCOMbI;

MHBEPCUKN — MOBOPOTA y4acTka Xxpomocombl Ha 180 rpagycos.

ORO
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@ yTparta KOHLEBOW 4YacTun XpOMOCOMBbI

MyTauuns B 21-1 xpomocome

HopmanbHas KpoBb Jlenkemuns
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BenokpoBne — 3aboneBaHne KPOBEHOCHOW CUCTEMBbI
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@ oderneyusi — paspyuweHue cpedHel Yacmu XpOMOCOMbI

B cnyyae geneuumn Bo3aMoykHa yTparta 4acTu reHos,
KOTOpble cofepanu BaXHy MHopmaLuio.
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@ oderneyusi — paspyuweHue cpedHel Yacmu XpOMOCOMbI

[Mpodraza |. KoHbroraumss XpoMmocom [Mpodrasza |. KpoccuHrosep
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@ oderneyusi — paspyuweHue cpedHel Yacmu XpOMOCOMbI

N A,

HapyLueHuna npu KpoccuHroeepe



CuHOPOM KOLLEYbEro KpuKa

VIDEOUROK .

CuHapom geneuum KOpOoTKOro nreva
S XPOMOCOMbI

Kpuk npoucxoguTt n3-3a Nnpobnem ¢ ropTaHbio
N HEPBHOW CUCTEMBDI.

CMMMTOMbI CUHAPOMA KOLLAYbEro KpuKa:

= 3a4epXKa pasBUTUSA PeYn U OBMKEHUS;

= YypesMepHoe, HEKOHTpOoNMpyemMmoe
CMIOHOOTAENeHe u apyrue.
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Lynnukauus

Tomac XaHT MopraH Anbpen
CTépTEBaAHT

Aynnukauna obina obHapyxeHa B 1920-x rogax
y No40oBOM MyXu Op030dunbl.
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@ dyrnnukayusi — y0goeHue 4yacmeu 2eH08 8 XpoOMOocoMe

Y HOPMaJibHbIX CaMOK a3 UMeEeT

800 dpaceToK, a y roMO3UroT Mo
MyTaumm — Bcero 70 ¢paceTok.




VIDEOUROK .5
@ VIHeepcusi — XpOMOCOMHasi nepecmpolika

NHBepcumn B Xxpomocomax Yernoseka
NPMBOAAT K HapyLUEHUIO raMeToreHesa.

[ameToreHe3 — 3TO NpoLuecc

obpa3oBaHUA NOMOBbLIX KMETOK.
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MyTaunu

[eHHble XPOMOCOMHbI€E [€eHOMHbIE

[ @eHOMHBIE



[eHOMHbIE MyTaunK

VIDEOUROK .

MyTauun, obycnosneHHble

N3IMEHEHNEM HNCITTa XPOMOCOM.

Takue HapyLleHUA NpnuBOAAT
K NISMEHEHUAM B CbeHOTI/II'Ie.

AT
i

[loniurniioudus.

/,
// /I//,///////,//
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[eHOMHbIE MyTaunK

MoHocoMMS — 3TO OTCYTCTBUE B
XPOMOCOMHOM Habope AnnmongHoro
opraHnama ofHOW U3 rOMOSTOMUYHbIX

XPOMOCOM.

AHagpasa meto3sa |
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@ MoHocomus
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CuHapowm LepelueBckoro-TépHepa

Aiyexnerkun Cnepmuu
@ + g
X b

3uroTsl

®E @O

HepacxoxaeHne X—xpoMoCcoM B 0oreHese




CuHOpowm Lllepewesckozo-TépHepa

VIDEOUROK .

3aboneBaHne conpoBOXAETCS:

aHomanuMamMm r3nNYecKoro pasBUTUS;
HU3KOPOCTOCTbIO;

OTCYTCTBUEM MONOBbLIX MPU3HAKOB;
HanM4MeM KpbITOBUOHbIX CKNaaokK

KOXMW Ha BOKOBbLIX MOBEPXHOCTSAX LUEW;
naTonornen KoOCTHO-CyCTaBHOM CUCTEMBI;
nopokamu cepaua;

PELIECCMBHBIMW reHaMn ansToHu3Ma.




CuHOpom Lllepewesckoco-TépHepa 1925 a.

[oKTOp MeaMLMHCKUX HaYK,
npodeccop (1933)

3acnyXeHHbI geaTenb Hayku
PC®CP (1936)

Hukonan Agonbdosuy
LLlepelueBcknu
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AnuekneTtka, KOTopas Coa4epPXuT
NULLHWE TPU XPOMOCOMbI B
KapuoTune.
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CuHOpom [ayHa

VIDEOUROK .

Y 60nbHOro BMecTo 46 XpomMocom
oTMevaeTcsa 47,
4YTO MPUBOAUT K Pa3BUTUIO
cuHapoma [layHa.




VIDEOUROK 1.

B Hopme y yerioeeka 46 xpoMocom
(Mo 23 xpomMocombI Om Kaxx0o20 u3 pooumerieu).

XKeHckuu kapuomuri — 46, XX

Myxxckou kapuomurn — 46, XY




CuHOpom [ayHa 1866 a.

AHMMMUCKNA Bpau
[XoH J1aHrgoH [ayH




CuHOpom [ayHa

VIDEOUROK .

BHelUHMe npu3Haku:

KOCOW pas3pes rnas;

NOCKOEe NULIO N 3aTbINOK;
ManeHbKMe yLLIHble PaKkoBUHbI;
HenpaBwunbHaa popma vepena;
KOPOTKME KOHEYHOCTU U ManbLpbl;
NCKPUBIIEHHbIN MU3NHEL,;
CHMXXEHHbIN MbILLEYHbIN TOHYC;

HapyLLUeHne KOOpANHALNK OABWKEHNN.
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[eHOMHbIE MyTaunK

@ Monocomusi by
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@ [Tonunnoudus

n n 2N

[Monunnoudus — 3mMo MHO20KpamHoe ros8mopeHuUe Yucsia XpOMOCOM.



@ [Tonunnoudus

VIDEOUROK .
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@ [Nonuninoudus
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[NonunnonaHbIn
rmoépua oTnnyaeTcs
oT Apyrux 6onee
KPYMHBLIM LIBETKOM.

Y 9TOro BEHEPMHOIO
OalumMayka MOLLHbIN
LIBETOK U TONCTbIW
LIBETOHOC.
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KpynHonnogHbIW NOAUNNonaHbIN COPT AEeCepPTHOro fIMMoHa

—— I



VIDEOUROK .

BbiBOAbI

B pesyrnismame mymauuu rnosiefisstomcsi Hogble rnpu3Haku, Komopakle
nepeodaromcs o Hacreocmay.

\

KpynHbI nonunaongHein rmbpug, CuHgpom [JayHa
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BbiBOAbI

MyTauum — 3T0 U3SMEHEHUNA reHoTuNa, NpoucxoasLune noa
BIMMAHWEM (PAKTOPOB BHELLUHEW NNX BHYTPEHHEN Cpeabl.

MyTauun nogpasgenstoT Ha reHHble, FTeHOMHbIe U
XPOMOCOMHBbIE.

[eHHble XPOMOCOMHEIE [ €@HOMHbIE
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VIDEOUROK .

BbiBOAbI

[€HHble MyTaLMW1 MOTYT BO3HUKHYTb B pe3yribtaTe 3aMeHbl LierbliX
HYKIeoTMA0B B Npeaenax ogHoro reHa.

A Takke B pe3ynbraTe 3aMmeHbl O4HOMo N3 a30TUCTbIX OCHOBaAHU
[HK nocrnegoBaTenbHOCTW.
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BbiBOAbI

XPOMOCOMHbIE MYyTaUUM — 3TO TUMN MyTaLUN, KOTOPbIN XapaKkTepusyeTcd
N3MEHEHNEM CTPYKTYpPbl XPOMOCOM.

Ympama koHueegou

4acmu XpOMOCOMb Heneyusi Hynnukayusi WHsepcus

1)
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BbiBOAbI

[€eHOMHblE MyTaumMnm — 31O MyTauun, N3-3a KOTOPbIX N3SMEHAKTCAH
oTAerbHblIE TEHbI U MOABNAKTCA HOBbIE allJ1EeS1N.
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MoHocomus Tphucomus [Nonurnnoudus



