Horoobpasune TUNoB
MyTaLlnin

Ypok ouonormu B 11 npodumnbHOM
Krnacce




3agauu:

« CchopMunpoBaTb NOHATUA reHHas,
XPOMOCOMHAas, reHoMHas,
LuTOMna3mMaTnyeckasi, comaTuyeckas
MYyTaLWK;

* Pacwinputb 3HaHUA 0 TNnax MmyTtauuu,

* PackpbITb NpUYNHbI BOSHUKHOBEHUA
MyTauun.




! AKTyanunasauus 3HaHWU:

 YTO Takoe namMmeH4YnMBOCTb?
e« Kakme Tunbl USMEHYNBOCTU
CYLLECTBYIOT?

 UTO Takoe koMOMHaTUBHAA
N3MEeH4YMBOCTbL? 1 KakoBbl NPUYNHBI €€
BO3HUKHOBEHNA?

* Ha3oBMTE OCHOBHbIE MONOXXEHUS
MyTauUWUOHHOU Teopun ge Ppuasa.




['yro npe ®pus

° - MyTaLUMN-ITO OUCKPETHbIE
U3MEeHeHUs1 HacneacTBeHHOro
MaTepuana;

e -MyTauuun — 3To pegkue
CcoObITUSA;

° -MyTauMn MOryT YCTONYMBO
nepenaBaTbCs U3 NOKOSIEHUA B
NoKoJieHue;

e -MyTauunN BO3HUKAIOT He
HanpaBneHo (CMNOHTaHHO) U, B
oTnu4yne ot moancmnkKaLuum He
00pa3yroT HenpepbIBHbLIX PAAOIE
N3MEH4YUBOCTMU;

e -MyTauMn MOTyT ObITb
BpeaHbIMU, NOSIE3HbIMU U
HenTparibHbIMU




«...EcTb ObITUE, HO UMEHEM KaKnum

ero Ha3paTtb?
Hwn coH oHO, HM BOeHbE;
Co3gaHbe nm 60ne3HeHHON MevYThl
A Vs [ep3KOoro yMma coobpaxeHbsl...»
» (E. A. bapaTbIHCKMIA)
!

XNEPOHUMYC BOCX



[Tpobnemal

« Kak myTaumm BnNuar0T Ha
XXM3HECNOCOOHOCTb OPraHN3mMoB?
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MyTauun
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Tunbl reHHbIX MyTaLnn

1. Odynnukauumum - noBTOPEHME yyacTka
reHa

AT ¢ G € 1T
T A C C G A

A
T

P -
B =
O G2




Tunbl reHHbIX MyTaLnn

2. BCcTaBKU — NodABrneHne nuiiHen napsl
HYKIeoTnOO0B

A
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Tunbl reHHbIX MyTaLnn

3. Qeneuuun - BbiNnageHMe HyYKNeoTuaos,
3aMeHa HYKNeoTMOHbIX nap

4. NHBepcumu — NepeBOopoT y4acTKka reHa
Ha 180 rpagycos

Chromosome &'



CAC GTG GAC TGA GGA Cilc <cTC
GTG CAC CTG ACT CCT GAG GAG

Kncnora

CAC GTG GAC TGA GGA CAMC CTC
GTG CAC CTG ACT CCT GIEG GAG

BanuH CepnoBnaHoO-KNEToOYHas aHeMNS




e [[eHHble bone3Hu
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[ eHHble DOe3Hu

e muogucTpoddua [oweHa

(TN HacnegoBaHUA X-cUEennNeHHbIN
peLecUBHbIN)




[ eHHble O0Ne3Hn

e HenpodundpomaTtos

(TN HacnegoBaHUA ayTOCOMHO-
OOMWHAHTHbIN)




[ eHHble D0one3Hu
e CUHOpPOM IAnepca-HdaHno

(ayTOCOMHO-AOMWUHAHTHbIN, ayTOCOMHO-PELECCUBHbIN U
X-cUenneHHbIW TUNbl HaceaoBaHus)

bones3Hb Kak NnpaBnno nopaxaet CyCcTaBbl, KOXY U

CcC cmmMmnTtomamm TakKmmm Kak
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XPOMOCOMHbIe Mymauuu
(@abeppayuu)

1. BHYTPMXPOMOCOMHBLIE NEPECTPONKN
2. MeXXpOMOCOMHbIE NEPECTPONKN —
HErOMOJ10TMYHblE XPOMOCOMbI

OoOMeHMBaOTCA y4acTKamm
(TpaHcnokauyms)




BHympuxpomMocomMHbIe Mymauyuu MexxxpomocomHas

I 5 I : | ; | Mymauyus
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HopmanbHas
XpoMmocoma




[leneuns

OENETHPYEMEL =i
YHACTOK XPOMOCOMEI

yTpaTa yacTu
XPOMOCOMHOIO
maTepuana

OObIYHO Takue
abeppauumn netanbHbl A

CxemMaTHYeckoe H3o0pakeHHe Jeer
A. HOpMAJIbHAaA XpOMOCOMa
B. peJxeTHpoBaHHaA XpoOMOCOMa




e CaMbiM XOpPOLUO N3y4YeHHbLIM 3ab0sieBaHNEM,
o0ycrnoBreHHbIM geneymen, ABNAeTca CUHAPOM
KOLLaYbero Kpuka, onmcaHHbii B 1963
roay Kepomowm JlexkeHom. B ero ocHoBe nexuT
aeneyms HebOrbLLIOro yyacTka KOpOTKOro rseva 5
XPOMOCOMbI.




’ CUHAPOM KoLlaybero Kpuka

« [1na 60nbHLIX XapakTepeH
PAA OTKIOHEHUW OT HOPMBI:
HapyLleHune
JOYHKUNN cepaedHo-
COCYAUCTOW, nuuieBapuTenb
HOW CUCTEM,

HeOopa3BUTUE ropTaHu (C
XapaKTepHbIM KPUKOM,
HaNnoOMUHaLWNUM KoLlavbe
MslyKaHbe), obLliee
OoTCTaBaHue

pa3BnTUA, YMCTBEHHAs
OTCTanocTb, NyHoobpasHoe
NnLO C LUMPOKO
pacCcTaBiEHHbIMU rra3amMu.
CuHapom BcTpevaeTcs y 1
HoBopoxaeHHoro n3 50000.




[ynnukauns

yOBOEHNe yyacTKa
XPOMOCOMbI
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CxematHyeckoe mofpakeHne QyILIHKALHE
A. HOpMaILHasA XpoMOCoOMa
b. ayrnuonupp oBaHHAA XpOMOCoMa




MHBepcus

HHECPTHPYEMAaA
HacTk ZXPOMOCOMEBI

b

CxemaTHyeckoe moﬁpame}me HHBEepCHH

A. HOpMAJILHAA XPOMOCOMa
B. MHBep THp 0BaHHAA XPOMOCOMAa

N3MEHEHUSA
YyepenoBaHMS reHOB B
XPOMOCOME 3a CYET
NoBOpOTa y4acTKka
Xpomocombl Ha 180°



TpaHcnokauus

Xpomocoma 20

>

TpaHcaoipoBaHHaA
xpomocoma 20

Tpanc.nomap OBaHHAaA

Xpomocoma 4

b

CxemaTuyeckoe H3o0pakeHne TPAHCIOKALIMA XPOMOCOM
A. HOpMAJBHBIE XPOMOCOMBI
B. TpaHC.JI0LMpOBAaHHBIE XPOMOCOMbI



[ @eHOMHbIE MyTaL UK

* [TpUBOAAT K USMEHEHUIO YnNCNa
XPOMOCOM

1. TlNlonunnounaug
2. AHeynnoungms




Buabl reHOMHbIX MyTaum?l

NMedhical Pl
duTJH @ng_e >

Monunnounausi| | AHeynnounaus
(3n, 4n, ..) (2nt1)




AHeynnougus

* — N3MeHeHne (yMeHbLLeHNEe — MOHOCOMUS,
yBenmyeHmne — Tpucomus)
yucna xpoMocom B AunnonaHom Habope, T.e.
He KpaTHoe rannoungHomy (2n+1, 2n-1 n 1.4.).

* MexaHn3Mbl BO3HUKHOBEHUS:
HepacxoxgeHne XpoMoCcoMm

* «aHaasHoe oTcTaBaHue»




CuHapom LLepelieBckoro —TepHepa

OTEK KUCTEN N CTOoM,

KPbITOBUOHbIE KOXHbIE
CKINagKku Ha wee

*  HU3KUN POCT,

* BPOXOEHHbLIE MOPOKU
cepaua,

* NepBnYHaAa aMeHopesq,

e MonHag unn yactnyHas
_ MOHOCOMMUEA No X-
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CpaBHUTENbHAA xapakTtepucTnka opm
N3MEHYNBOCTU

XapaKTepUCTHUKA MonudukanronHas MyTtaunoHHasi U3AMEHYUBOCTD
M3MEHYHUBOCTD

OOBEKT U3MEHEHUS

OTtouparouuii hakTop

HacnenoBanue npru3HakoB
[TogBep:keHHOCTH
V3MEHEHUSIM XPOMOCOM
[TonBepKEHHOCTH
n3MeHeHusIM MoJiekya JIHK
3HaueHue 11t 0coou

3HaueHue I BUIa

Posb B »BOMIOIIMN

dopMa U3MEHYMBOCTH

IHogunHeHHOCTH
3aKOHOMEPHOCTH




