MNMbi U3SMEHYMUBO




U3MEHYHUBOCTDH — 3TO YHHUBEPCAJILHOE
CBOMCTBO KMBBIX OPraHU3MOB IPHUOOPETAThH
HOBBIE€ IPU3HAKN M CBOMCTBA IO/]
NEMCTBHUEM CpeJibl (KaK BHEIIHEH, TaK U
BHYTPECHHEM ).

bnaromaps U3BMEHUMBOCTU, OPraHU3MbI
MOT'YT IIPUCIIOCA0IMBATHCS K
M3MEHSIOIIUMCS YCIIOBUSIM CPEJIbI
oOuTaHus.



Pa3nuyalotT gBa Tmna nameH4YmBoOCTMU:

HacneocmeeHHasi, nnn HeHacnedcmeeHHas, unm
2eHomuriu4yeckas, UHousuoyasibHas, geHomunu4yeckas, —
HeorpederieHHass — U3MEHEeHUs M3MEHYNBOCTD, NPU

KOTOPOM U3MEHEHUN
reHoTuna He NPOMNCXOOUT.
Ee Takke HasbIBaKOT

NPU3HaKOB OpraHn3ma, o0ycnoBreHHble
N3MEHEHNEM reHOTUNA;

OHa OblBaeT: ] ] 2pynnosol,
KOoMbOUHamugHoU — BO3HUKAIOLLIEN B onpedeneHHoOU
pesyrnberaTte nepekomonHaumm MOOUGHUKAUUOHHOU.

XPOMOCOM B npoLecce nosfioBoro
Pa3MHOXEHNA U y4aCTKOB XPOMOCOM
B NpoLiecce KPOCCUHIoBepa;
MymauuoHHOU — BO3HUKaIOLLEN B
pesyrsrate BHE3ANHOro U3MeHeEHNS
COCTOSIHUSA TEHOB;
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OCcHOBHbIe CBOUCTBA
MmoaAndUNKaALMOHHON UBSMEHYUBOCTM




1) HeHacneayeMocCTb

2) rpynnoBon xapaktep namMmeHeHum (ocobwu
OAHOro Bnaa, nomelieHHble B 0ANHAKOBbIE
yCcrioBus, npnobpeTatoT cXoaHble NPpU3HaKn)

3) COOTBETCTBME U3MEHEHUN OENCTBULO
dakTopa cpeabl

4) 3aBUCMMOCTb NMpeaenoB MU3MEHUYNBOCTU OT
reHoTuna.



3HAHWE 3aKOHOMEPHOCTEN MOAU(DUKALMOHHOU
M3MEHYMBOCTH UMEET OOJIBIIOEC MPAKTUYECKOE
3HAYEHHUE, IOCKOJIBKY II03BOJISIET IIPEABUIAETh U
3apaHEe MJIAHUPOBATH CTEIICHD BHIPAXKEHHOCTH
MHOTMX IIPU3HAKOB OPraHU3MOB B 3aBUCHMOCTH OT
YCIIOBUU BHENIHEN CPEJIBI.




Hopma peariny - npeaeabl B KOTOPbIX HPU3HAK
MOKET BapbUPOBATH(M3MEHATHCSH)

Y oaHMX IIPU3HAKOB HOpMA PeaKIuu OYCHb IIUPOKas (Harpumep,
HACTPUT IIEPCTHU C OBELl, MOJIOYHOCTh KOPOB), a APYTUE MPU3HAKH
XapaKTEepU3YIOTCS Y3KOM HOPMOM peakiiuu (OKpac MEPCTH Y
KPOJIMKOB).

[ITupokas HOpMa peaKIIUK MPHUBOJIUT K MOBBIIICHUIO
BbIKUBAEMOCTH.

MHTEeHCUBHOCTh MOJAN(DUKALIMOHHON N3MEHUYMBOCTH MOXKHO
PETYIIUPOBATb.

MoaudpukaumnoHHas U3MEHYMBOCTh HaIlpaBJICHA.
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Hampumep, ecnu B3a1h 100 xonocwkeB nmenuisl (7 = 100),
IIOJICYMTATh YMCJIO0 KOJIOCKOB B KOJIOCE (V) M YHCIIO KOJIOCHEB C
JAHHBIM KOJTMYE€CTBOM KOJIOCKOB, TO BapUAIMOHHBIN psiJl OyaeT
BBIIJISIZIETH CJICAYIOIIUM 00pa3oM.

BapwuaHTa (v) 14 15 16 17 18 19 20
YacToTa
B’ 2 7 22 32 24 8 5
BCTpeyaemocTu (p)
F’_Jt Ha ocHOBaHWM BapHaIMOHHOTO Psijia CTPOUTCS
U7 BApHAIIMOHHAS KPUBAad - rpaduueckoe
201 OTOOpaKEHUE YaCTOThl BCTPEYAEMOCTH KaXKI0M
104 , BapUaHTHI.
1472 R CpeliHee 3HaU€HKE MPU3HaKa BCTPEYACTCsI

14 1516 17 18 18 20 v yaiue, a BapUaLliH, 3HAYNTEIBHO
OTJIMYAIOIIHUECS OT HETO, - PEXKE. ITO
BapuanunoHHas KpHBas Ha3bIBACTCS «KHOPMAJIBbHBIM
pacnpenesenuem». Kpupas Ha rpaduke

OBIBACT, KaK MPaBUJI0, CHMMETPUYHOM.



Kpynaenmum 00001eHneM padoT 10 H3YYEHUIO
M3MEHYUBOCTH B HaUaje XX B. CTAJl 3AdKOH
20MOSI02UYECKUX PAOO0B 8 HACIeOCMBEHHOU
uzmenuueocmu. OH ObLIT CPOPMYJIMPOBAH BHIIAIOIIUMCS
pycckuMm yueHbIM H. M. BaBunoseim B 1920 1. CylmHOCTH
3aKO0HA 3aAKJII0YAETCHA B CJCAYIOLIEM: 8UObL U POObL,
2eHemu4ecKu 01u3Kue, C6A3aHHbvle OpPy2 C OPY20M
COUHCMBOM NPOUCXOHCOCHUA, XAPAKMEPUIYIOMCA
CXOOHBIMU PAOAMU HACTEOCHEBCHHOU UMEHUUBOCHLU.
3Has1, Kakue (POPMbI U3MEHYNBOCTH BCTPEUAIOTCS Y
OJIHOT'O BHJA, MOXXHO MPEIABUIACTD HAXOXKICHUE
AHAJOTMYHBIX (POPM Y POJCTBEHHOI'O €EMY BH/IA.



Tak, y pasHbIX KJIACCOB MO3BOHOYHbIX BCTPEYAIOTCS
CXOJHbIe MYTAIIUU: ATLOMHU3M U OTCYTCTBHUE HEPHEB Y
ITHIL, ATEOMHU3M 1 OCCIIEPCTHOCTh Y MJICKOITUTAIONINX,
reMo(uiIns y MHOTMX MJICKOIUTAIOIIUX U YeI0BeKa. Y
pacTEeHHUI HACICACTBECHHAS U3MCHUYNBOCTh OTMEUEHA 10
TaKMM IpHU3HAKaM, KaK IJI€HYATOE UJIN IOJ0€ 3€PHO,
OCTHUCTBIM WJIM 0€30CTHIN KOJIOC U JIp.

MeauMuuHCKAasA HAYKA B Ka4yeCcTBe MOJAeJeH s
U3y4eHMs 00JIE3HEH YelIOBEeKa MOIy4yniia BO3MOXKHOCTh
HCIOIB30BaTh JKUBOTHBIX C TOMOJIOTUYECKUMU
3a00J1€BaHUSIMU; 3TO CaXapHbIM AUA0ET KPBIC; BPOXKIACHHAS
[JIyX0Ta MBIIIEH, CO0aK, MOPCKHMX CBUHOK; KaTapakTa IJia3
MBIIIICH, KPBIC, COOAK U JIp.



HacneancrBeHHble N3MeHeHNSI 06y CTIOB/1EHDI
M3MEHEHNSMU MTEHOB N XPOMOCOM,
nepeaatTcsa No HacneacTBy, pa3IMYalOTCS Y
ocoben B npegenax oagHOro Buaa,
COXPaHSIOTCA B TeEYEHME BCEN XU3HU ocobu.




UCTOYHUKU KOMOMHATUBHOU U3MEHYUBOCTY

KoHbloraumsa u
KPOCCUHroBep

CnyyaiHoe pacnpegenexue
XPOMOCOM Npu Meno3e

CnyyaiHoe coveTaHue
rameT npu onnoAoTBOPEHUN




KoMbunHatTuBHass n3MeHUYMBOCTb
CnyyanHas kKoM6buHaLUna reHoOoB B reHoTUNE.




ITO CTOMKHE BHE3AIIHO BO3HUKIILIUE
M3MEHCHUS CTPYKTYpPhl HACIIEACTBEHHOIO
Marepualia Ha pa3Idn4HbIX YPOBHIX €0
OpraHu3aly, IPUBOAAIIYE K N3MCHCHHIO TEX
WJIM WHBIX IMIPU3HAKOB OpraHU3Ma.




[lpoLlecCc BO3HMKHOBEHUA
MyTauuUMN HA3bIBalOT
MyTareHesom, a paKTopsl
cpeabl, Bbi3blBaKolMe nosaB/ieHUe
MyTauun, — MyTareHamm.




MexaHu3m MyTaluu

I
NPpUBOAAT K
NM3IMEHEHUIO
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U3IMEHEHUNEM
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CBs3aHbl C
N3MEHEHUNEM
nocnenoBaTeNIbHOCTU
HYK/1e0TUAO0B

MOJ1IEKY/JIbI

__CTPYKTYPLL XPOMQCOM |

—OMTOTTaSMa TIEeCRITE

pe3ynbTaT U3MEHEHUS
OHK KneTo4yHbIX
opraHounaos -
nnacrtua,
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' SHaccnmnKaynss MmyrTaliu ‘




IIpuMepbI XpPOMOCOMHBIX
MyTallHH

?B ’(< i




[ eHHble

(TOUueuHblie)

CeprnoBuaHbIE 3PUTPOLUTDI



[eHHble, UJIN TOYUYKOBbIE,

MYTaALlUUN —
3TO U3MEeHeHue nocsiefqoBaTesibHOCTU
HykneoTnaoBs B Monekyne AOHK.

I'eHHbIe MyTalMM CJeayeT paccMarpuBarb Kak
pe3yabTar «omudoK», BOSHHKAKWIIMX B Ipolecce
yasoenust moJsiekya JIHK. Myrauusa rena
BO3HHKaeT B cpeaHeM B oaHou u3 100 000 ramer.
Ho Tak Kak KOJHMYeCTBO I'€HOB B OpPraHu3Me
YeJIOBEKA BEJIHUKO, TO NMPAKTHYECKH Kaxaass 0CO0b
HeceT BHOBb BO3HUKIIYIO MYTAIMIO.



Bmecte ¢ Tem n3BecTeH paa ¢iaydacB, KOria UBMCHCHUC JIMIIb OAHOI'O
OCHOBAHUA B OIIPCACIICHHOM I'CHC OKA3bIBACT 3dMCTHOC BJIIMAHHUC HA (beHOTI/IH.

OaHUM 13 TPUMEPOB CIYKUT TaKasi FTEHETUYECKas aHOMAJIUS, KaK
CepnosuoHoKIemoYHan anemus. PelieCCUBHBIN aljieib, BbI3bIBAIOIIUN B
TOMO3UTOTHOM COCTOSIHUHM 3TO HACIEJICTBEHHOE 3a00JICBAHUE, BRIPAXKAETCS B
3aMEHE BCEro OJJHOI0 aMUHOKHUCIOTHOTO OCTaTKa B (B-11ey MOJIEKYJIbL
reMOIJIO0OMHA (TJTyTaMUHOBAsI KUCJIOTa —» —> BaJIMH).

OTO HPUBOJUT K TOMY, YTO B KPOBH SPUTPOIUTHI C TAKUM F€MOTTIOOMHOM
ne@opmupyrorcs (U3 OKPYIIIBIX CTAHOBITCSI CEPIIOBUIHBIMU) U OBICTPO
pazpymarorcs. [Ipu 3ToM pa3BuBaeTcst 0OCcTpasi aHEMHUS U HAOII0aeTCs
CHIO)KEHHME KOJIMYECTBA KUCIOPOAA, IEPEHOCUMOTO KPOBbIO. AHEMUS BBI3BIBACT
(pU3UYECKYIO CJ1a00CTh, HAPYIICHUS JICATEIBHOCTH CEp/lla U TTOYEK U MOXKET
MPUBECTH K PAaHHEW CMEPTH JIFO/ICH, TOMO3UTOTHBIX 110 MYTAHTHOMY QJUIEIIIO.
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Y4YacToOK XpOMOCOMBbI
MOXEeT U3MEHUTb CBOEe
NOSI0XKEeHMe OCTaBadaACh B
TON XXe XpoOMOCOoMe UNu
BK/IIOYAsACb B KaKylo-TO

ApYry!o.

ABCDE

R )

FGH

ABCDE FGH

O D
t !

ABCDE FGH

t

1

ABCDE FGH

Clw>TD

1

T

ABCDE FGH
|

MNOPQR

1

Leneums

Lyrinveaeyn

Unsopcmn
—

ABCE FGH

ABCBCDE FGH

> (> D

ABC G H
DEF
A E FGH

DCE

MNOCDE FGH

TRAHCNOKRLMA
-

ABPO R

-, L




9TO U3MEHEeHWe 4Yncsiia XpoMoCcoM B reHoMe
KNEeTOK opraHu3Mma.

JTO ABJIEHME NPONCXOAUT B ABYX
HanpaB/eHUsX: B CTOPOHY YBeIMYeHUs
yucna uenbixX ranJionaHbix Habopos
(rnosvrisionansi) U B CTOPOHY MOTEPU UNU
BK/IOYEHNSA OT,CI,EJ'IbeIX XPOMOCOM




[Tonnnaonang




uTonJiaaMmaTmuyeckas
MyTaLUA




MyTaiuyu BO3HUKAOT BHE3AITHO

B omimune oT HeHACIEACTBEHHBIX U3MEHEHUN MYy TalluU
IPEACTABISIOT COOOM Ka4€CTBECHHBIC N3MEHECHHUS, KOTOPHIE
IIEPEAAOTCS U3 TOKOJIEHUS B IIOKOJIEHHUE.

MyTanuy OposIBISIOTCS ITO-PAa3HOMY M MOTYT OBITh KaK
IIOJIE3HBIMH, TAK U BPEIHBIMM, KAK JOMUHAHTHBIMH, TaK 1
PELECCUBHBIMU.

BeposaTHOCTh 00HapYyKEHUS MYyTallMi 3aBUCUT OT YMCJIIa
MCCJIEJOBAHHBIX OCOOCH.

CXOJIHBIE MyTallMd MOTYT BO3HUKATh ITOBTOPHO.

MyTanuy HeHaIIpaBJICHHBI (CIIOHTAHHBI), T. €. MyTHPOBATh
MOXET JIF000W YY4aCTOK XpOMOCOMBI, BBI3bIBasi N3MCHEHHUS KaK
HE3HAUYUTEIBbHBIX, TAK U KU3HEHHO BAYXKHBIX IIPU3HAKOB.






CpaBHeHue MmoaAndUnKaLMOHHOMN
M MYTAaLlMOHHOU U3MEHUYUBOCTMU

NMpusHaku

MoaundunkaumoHHas
U3MEH4YUNBOCTb

HacnepncrBeHHas
N3MEHYNBOCTb

OnpepeneHuve

CyTb aBneHus

YacTtoTa
nosiBrneHus

HanpaBneHHOCTb

3HayeHue

MoryT nu
HacnegoBaTbLCA




