Tema ypoka:
«HacJjeacreeHHAsI I3BMEHYHUBOCTDLY.



N3meHUYMBOCTbL npucylia BCeM opraHuamam um
HabrnropaeTcHa gaxe y reHeTu4ecKku
ONM3KopoACTBEHHbIX 0coben, UMerLWUX
CXoAHble UIun odLme YCNOoBUSA XKU3HU U
pa3BUTUSA. Hanpumep y 6iM3HeL 0B, YNeHOB
OOHOU CeMbM, LUITAMMOB MUKPOOPraHU3mMoB U
BereTaTUBHO Pa3MHOXarLWNXCA OpraHN3mMoB



/I3SMEHYNBOCTW NOABEPXKEHDI
nobble 0COBEHHOCTH
opraHu3ma, oyab 1O
MOPMOSIOrM4eCcKne,
donsunonornvyeckme nnm
Broxnmmyeckme npusHaKu.
OHa MOXeT 3aTparmBaTtb Kak
KONMNYECTBEHHbIE
(MeTpuyeckne) npusHakm
(Hanpumep, Yncno nanbLes,
NO3BOHKOB, Maccy u
pa3mepsbl Tena), Tak u
KayecTBeHHbIe (Hanpumep,

LiBET rnas, OKpacKy KOXXHbIX
NOKNDOROR)




Pasnn4yaloT HECKOSTbKO TUMOB N3MEHYNBOCTMN:
- HacnegcTBeHHYO (FreHOTUMNYECKYHO) U
HeHacneaCTBEHHYIO ((PEeHOTUMNYECKYIO,
napaTunn4eckyo).

MeXay OTAeNbHbIMU 0COBAMMK) U FTPYNMNOBYHO
(Mexxay rpynnamm ocoben, Hanpumep,
Pa3NMYHbIMM MONYNALUUSMU JaHHOTo B1aa).
- KayecTBEHHYH0 1 KONMMYECTBEHHYIO.

- HanpaBneHHyto 1 HeHanpaBnEeHHY!IO.




HACIIEACTBEHHASA USMEHYUBOCTD

v

HN3mMeHuYnBOCTDH OpPpranuimos, OﬁyCJIOBJIEHHaH NU3IMECHCHHUAMHU

B FeHETHYECKOM MaTepuaJjie, Ha3bIBAIOT
HACJIEACTBEHHOH

Paszianuaror

\ \

KOMBHUHATUBHYIO MYTAINMOHHYIO



®OPMbl HACNEACTBEHHOM W3MEHYMUBOCTY
KOMBUHATUBHAS

(Npu Meit03e 1 ONNOACTBOPEHNM)

MYTALMOHHAA

1, TeHHble MyTaumu (Toukosbie) = 1, KpoccuHrosep - o6MeH yyacT-
NPOTEKAIOT Ha YPOBHE HYKNeOTUAOB KaMyu roMOZIOrMYHbIX XpOMOCOM
BHYTDW MeHOB

2. XpOMOCOMHbIE, satparnaior Gonee 2, Cy4aHoe pacnpeaenexue
KPynHble Y4acTKK XPOMOCOM, YEM MeHHbIE xpOMOCOM no AOUBPHMM KJIeTKaMm

3, leHOMHbIE - YBenuYeHue 3, HezaBucuMas BCTpeya

(yMenbmeuue) yuena rameT Npy ONACACTBOPEHUN.

00pa3oBaHue 31roT ¢ pasHbiM1
XPOMOCOM FeHOTHNEMM



KoMOMHaTHBHAA U3BMEHUYHNBOCTbD.

HpI/IBOI[I/IT K IOSIBJICHHUIO HOBBIX COYETAHUM IIPU3HAKOB BCJICACTBHUC
KOMﬁl/IHaIII/II/I I'€CHOB, YTO B CBOIO O4YCpPE€IAb MPOABIACTCH B BH/IC
IOABJICHHUA HOBbIX (l)eHOTHIIOB

ANrnbPUAHOE CKPELUWBAHWE MOPCKUX CBUHOK
P

Caks

Ckpewjuearue u xo0 pacwennenus (9:3:3:1) deyx
nopoad MOPCKUX CEUHOK, Pasniuyarouuxcs no oeym
napam anneneu - OKpacke U Xxapakmepy wepcmu.

KoMOuHATHBHASI K3MEHYMBOCTH ONpeaessieT pa3HooOpasue 0codeu u
CIOCOOCTBYET NMPUCIOCOOJEHUIO BUIA K YCJIOBHAM OKPYKAIOIeld cpeabl.

Haauyue KoMOMHALUE ompee/igeT MosiBJIeHUe 0Cc00ed co crenupuuecKkumu
NMPU3HAKAMH, KOTOPbIE UCIOJIb3YIOT IPH BbIBEACHUHU HOBbLIX COPTOB U MOPOI.






MyTamuoHHass U3MEHYMBOCTh — MyTalys € JaTbIHU IIEPEBOJAUTCS KaK
M3MEHEHHE. ITOT TEPMHUH BBEJ B OMOJIOTHIO TOJIJIAHACKUH yUeHbI reHeTrK I'yro
ne @puz B 1901 rony.

[IpoBens anann3 CBOUX 3KCHEPUMEHTOB,
OH C(POPMYITHUPOBAT MYyTAIIMOHHYIO
TEOPHI0, OCHOBHBIE MOJIOKEHUSI KOTOPOU
TAKOBBL.

1. MyTanuu BO3HUKAIOT BHE3AITHO,
CKa4KO0Opa3Ho.

2. MyTanuu HacleayrTCs, TO €CTbh CTOUKO
NEPENAIOTCA U3 TTOKOJIEHUS B IIOKOJICHUE.
3. MyTanuu He HanpaBJIEHbl: MyTUPOBATh
MOKET TEH B JIIOOOM JIOKYCE, BbI3bIBAS
U3MEHEHUS KaK HE3HAUUTEIIbHBIX, TAK U
KA3HEHHO BAYKHBIX ITPHU3HAKOB.

4. OIHU U T€ K€ MyTallud MOTYT
BO3HHUKATh ITOBTOPHO.

5. MyTtanuu HOCAT UHIAUBUYAJIbHbBIN
Xapakrep.

OTH TIOJIOKEHUS BAXKHBI U CETOIHS.




MyTanuoHHass M3MEHYHUBOCTh.

ITO HACJIEACTBEHHbIE U3MEHEHHUSA T€HOTHUITHYECKOI0
marepuajga- XPOMOCOMOB u 'EHOB

Ilox Bo31eCTBMEM BHEUIHEH CPebl MOI'YT BOSBHUKHYThH
omuOku B penuimkanuu JIHK, Hapymenus B mpouecce
HeJIeHUs KJICTKH

B pe3yibrare Myranuu mosiBJsilOTCH HOBbIE
TUIIBI 0€JIKOB, KOTOPbIE 00yCJIABIMBAIOT
[OSIBJICHUE HOBBIX NPU3HAKOB



JXNBOTHbIE MyTaHThI

. COMamuyeckan Mymauua
\ £ ¥ nueMeNMayuY 2na3
1\ B nuxHeld vacmu anasa
” NUEMEHIM HE PaaUm




MyTranuoHHast U3MEHYNBOCTb.

MyTanuu- «Mm3MeHEHHNE»- peAKue, BHE3alHbIe, CJIYYanHO
BO3ZHHUKIIME, CKAYKO000pa3HbIe, CTOUKHE U3MEHEHUSA
HACJIEeACTBEHHOI0 MaTepuaa(reHoTUIIa- XPOMOCOM M
FeHOB) KJIETKH, IPOUCXOASIIIME O] BJIUSIHUE BHEIIHUX
U BHYTPEHHHUX (PAKTOPOB

MyTaresnes - npouecc mosiBJeHUs MyTaluu
MyTareHni- 3T0 (paKTOPHI CPeabl, BHI3HIBAIOIIIHNE
MyTaluuu.( pU3nYecKre- paauamus, 3JJIeKTPOMArHUTHOE
U3JIyYeHHe, TeMIeparypa), XuMHYeCKHre
(apoMaTHYecKHe YIJIeBOAOPOAbI, FepOMIIUAbI),
ouosiornyeckue ( 0akTepuu, BUPYChI)




MyTauum

ComaTtuyeckue [eHHbIE leHomHble  XpomocomHble Liutonnasmatuyeckue
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Ilpyunabl MyTALIUU

1. cnoHTaHHbIe ownbku npu pennukaumm OHK n

TpaHckpunumu PHK B KneTkax, HapyLleHMe pacxoxaeHus
XPOMOCOM NpU KNeTo4yHOM AeneHnu

2. aenctBue punsnvyeckmux pakropos( MytTareHoB)

3. AeUCTBUE XMMUNYECKNX COeaAUHEHUU, UCNOSIb3YEeMbIX B
CeNnbCKOM X03aucTBe( repobuunabl, nectuunabl), B
MeAULUMHEe B KayecTBe JNIeKapCTB U aHTUCENTUKOB(
doopmanuH)

4. NPOHUKHOBEHME B OpraHn3m OMornorn4eckmx oobLeKkToB(
BUPYCOB, OakTepun, npocTenumnx), CNoCoOHbIX BbIi3BaTb
HapyweHue cTpyktypbl OHK




MYTallMHU

I'eHomHast MyTanus - /
BBI3BIBAIOIIAs

U3MCHEHHE YUCIIa
XPOMOCOM B F€HOTHITE XpoMocOMHAast MyTalMs I'ennbie MyTanuu
ocoou

Y
1 Tun. [onunaonaus — kpatHoe 2 THIl. AHEYIUIOUAMSI — U3BMEHECHUE YHCIa
YBEJIMYECHUE YMCJIa XPOMOCOM B XPOMOCOM, HE KPaTHOE TarIOUTHOMY
KJICTKE 110 OTHOIICHHUIO K OOBIYHOMY Ha0Opy, BO3HUKAET B PE3YJIbTaTE HAPYIIICHUS
HaOopy. [IpumMepoM MOXXET ObITh BU/I Meio3a u oopazoBanueM ramet. OHa
JTAKOM IMIIIEHUIIBI, UMEIOIIAN BOCEMb PUBOJUT K BOSHUKHOBEHHUIO 0COOEH ¢
XPOMOCOM, KOT/a KYJbTYPHBIE COpTa AaHOMAJIbHBIM YMCJIOM XpOoMOcCOM. Tak, ojiHa
IIIICHUIBI UMEIOT MO IIECTHAAATh U 100aBOYHAs XPOMOCOMA Y YEJIOBEKA
TPUALATH JBE XPOMOCOMBI. BbI3BIBAET O0sie3Hb [layHa — hU3UUECKYIO U

YMCTBEHHYIO OTCTAJIOCTb.




1) 9TO U3MEeHeHUue Yucrna XpomMocomM B reHoOMe(
B KNneTKe)

2)[1pnymnHa: HapyLueHUe BepeTeHa aeneHus
3)UTor: He pacxoxaeHne XpoMOCOM B Meno3e

TEHOMHbBIE MYTALIUWA

nonuvuninonanA

KpaTHoe yBenu4yeHue Yymcna
XpPOMocoM (3n-Tpunnoupa,4n-
TeTpansnouna,sn-
neHTaHonnouAa)

NMonunnounaHblie chopmbl
Oonee XN3HecnocooOHbIe U
naofoBUTDI

NMonunnougusa xapakrepHa
AN pacTteHuu
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BCTpe4vaeTCs pexe.




I eHoMHast MyTaLIUS

1 THO - MOJUIIJIOMINH

AJJTOMOJIUIIJIOU NS

, MeXBu10Bas; CyMMHPOBAHHE
BryTpuBHa0Bas; KpaTHOE YBEINUCHHE
Ir€HOMOB pPa3HbIX BUJIOB, a 3aT€M
Habopa XpoMocoM (FeHoMa)

2n—4n —8n — 16n — 32n UX KPAaTHOE YBEINYCHUE

AyTONOJIUILIONTUS

In (14) + 1n (7) = 2n (21) — 4n (42)
\

JIMII0M JHBIC BUABI MIIICHUIIBI (n=7)\

Terpannonaneie BUABI NIICHULBI (n=14) —

['ekcarnoniHbIC BUABI MIIEHUIIBI (N=21)




[TonunuioniHbIE PACTEHUSA OYEHD IUJIOIOBUTHI, PEIPOITYKTUBHBI, UMEIOT
KPYIHBIE IUI0/IbI, OOJIBIIME JTUCThS U 00/1a/1at0T MOBBIIICHHOM

JKM3HECIIOCOOHOCTBIO

AJL10-

AJIbIYA
2n=16

CauBa
2n=48

Cpenu )KMBOTHBIX MOJUILIOUAUA peAaKa U 0ojiee XxapakTepHa JJIs
BUJIOB, YTPATUBIIKUX HOPMAJIbHBIN ITOJIOBOM MPOIECC, HATIPUMED

3EMJISTHBIX YE€PBEH, Y KOTOPBIX SUIEKICTKA pa3BUBAKOTCA 0€3

OILIOIOTBOPCHHSL.




I eHoMHast MyTaLIUS

2 THII - aHEYILIOMJIUSI — U3BMEHEHME YHClIa XPOMOCOM, HE KpaTHOE
rarIonJHOMY HaOOpy, BO3HUKAET B pPE3y/IbTAaTe HAPYIIICHUS ME03a
1 00pazoBaHreM raMmeT. OHa MPUBOAUT K BOSHUKHOBEHHUIO 0COOEH ¢
aHOMAJIbHBIM YHCJIOM XpOMOCOM. Tak, ogHa 100aBOYHAs
XpOMOCOMa y YE€JI0BEKa BhI3bIBAECT 00JI€3Hb JlayHa — GU3NYECKYIO U
YMCTBEHHYIO OTCTaJIOCTb.
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XPpoOMOCOMHASA MYTaIUs

XpoMoCcOMHAass MyTallMsl — U3MEHEHUE B CTPYKTYPE XPOMOCOM, 3aTPArUBAOIINE
HECKOJILKO I'€HOB. BhiiesieTCsa HECKOJIBKO TUMOB TakuX MyTaiui (Puc. 2):
AYIUIMKAUUA — YIBOCHHUE YYaCTKOB XPOMOCOMBI; IeJICUs — BbINAJCHUE YUaCTKa
XPOMOCOMBI; HHBEPCHS — ITOBOPOT y4acTKa XpoMocoMbl Ha 180 rpagycoB; kOHLeBas
yTpara — oTeps KOHIEBBIX YYACTKOB XPOMOCOMBI; TPAHCJIOKALUA — OOMEH
YYaCTKaMU MEXY HETOMOJIOTUYHBIMU XPOMOCOMAaMH.

—, YMACTKN XPOMOCOMBI
7 ueHTpomepa

[FTERE.

Oynnukauus [feneuuss Wusepcus KoHuesas ytpata  TpaHcnokauws

XPpOMOCOMHBIE MyTaIUX MPUBOJIT K TCHETUYECKOMY MCOAIaHCy, YTO maryoHo
CKa3bIBAETCS HA HOPMAJIILHOM PA3BUTHUU OPraHU3Ma.



CXEMA XPOMOCOMHbBIX MYTALIUM .

ABCD EI VHBEPCUS IAIB EDC

[ToBopoT Ha 180

ABCDE teancnokaws A BECD
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N3MeHeHne MeCTONOI0XKEeHUA reHa

ABCDE pewn  ABCD :\6;

———— BbinageHue reHa W
ABCDE mowmeuws ABCDEE

YABOeHUe reHa

MyTaumm NpoABAAIOTCA B HOBbIX CBOMCTBAX OpraHuU3ma. Hanpnme-
naTonoruax




XPOMOCOMHbIE MYTALUUWU npuBoanT K
naMmeHeHMAM (pPyHKUMOHUPOBAHUA reHa, Bcrieacreue

4Yero BO3HUKAKT natosfiorn4yeckme HapyueHunA B
onraHmMaMme

CHHOPOM «KOIIAYbero KpHKa»

MAYKAHBC KOWKH, UYTO CBA3AHO C HAPYLICHHCM
ropraid H roJioCOBbIX CBSA30K. YMcTBEHHOE H

(pbusMueckoe HeJJOpa3sBHTHE.
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I eHHBIC MyTAIIMM CBsI3aHBI C U3MEHCHHEM HYKJICOTHIHON
MOCJIEIOBAaTEIbHOCTH BHYTPU OJIHOTO T€HA, OHU BIIMSIOT Ha OCIIKH,
KOTOPbIE CUHTE3UPYIOTCS Ha OCHOBE 3TOI0 I'e¢Ha U CKa3bIBAIOTCS Ha
OOMEHE BEIIECTB.

I'enHBbICe MYTallHH CBsA3dHbBI

C U3MeHeHUeM T10C/IeIOBaTe/IbHOCTU HYKIIeOTUIOB B
moviekyJie JTHK.
IIpumep: CEPIIOBUTHOK/IETOUYHASI AHEMWSI.

HoptaaneH-it apumponur CoprouHLi 3PUTDOLMT

ITIpuuuna: B Tpurviete II'T'T — rinyramuHoBas

aMUHOKUC/IOTA, 3amelijaeTca Ha BajvH — ITAT.



NMPUMEPbLI TEHHbIX MYTALUUN 3ABOJNIEBAHU YENTOBEKA

e £ (GYeMa HAcNea0BaHUA reMocouniv

oTew GoneH maTb 30poBa  OTel 340POB MaTb HOCK-

e A » Tenb

HocutensHMUa
AanbToH13Ma

3n0poBast HOCHTENEHNLA 3A0POBbIV

OeHUNKETOHYpUS

Hacnenosanve rewos npeactosnser
coBo¥ caysaiHbii npouecc

BONBHOM PEBEHOK  HOGMTETMTEHA®KY  3OPOBLIA
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A0Yb HOCUTESb CbiH 300poOB CbIH OoneH [0Y4b HOCUTESb
(100%) (100%) (50%) (50%)



Kax1bpIl 2)KNBOH OPraHU3M HECET B CBOEM I'€HOTHIIE
0O0JIBIIIOE KOJIMYECTBO U3MEHEHHEBIX, a CIICIOBATEIILHO,
MYTUPOBAHHBIX T€HOB. BBIJICTISIIOTCS MyTallun
BPEJIHBIC, IPUBOISIINE K CHUKCHHUIO
’KU3HECOCOOHOCTH; HEUTPAIbHBIE — HE OKA3bIBAIOIIHNE
HHUKAKOT'O BJIHUSHUS Ha )XU3HECIIOCOOHOCTh OpraHmu3Ma
Y TIOJIE3HBIE MYTALIMN — IIO3BOJISIOIINE KUBOMY
OpPraHu3My, UMEIOIIEMY 3TOT IIPU3HAK BBIMTPATh B
3BOJIFOIIMOHHOM npoitiecce. 1o mHenuro Hapiib3a
JlapBrHA, UMEHHO I10JI€3HbIE MYTAIMHU JIETJIU B OCHOBY
3BOJIFOLIMOHHOIO IIPOIiecca.



MBgI paccMOTpENIM HACIIEACTBEHHYO U3MEHUYMBOCTD,
KOTOpas MOoApa3AcisieTcs Ha KOMOMHATHBHYIO U
MYTalHOHHYIO M 00yCJIOBJICHA BOSHUKHOBEHHEM PAa3HBIX
THUIIOB MyTallMi 1 UX KOMOMHALIWH,
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IlpoBepKa 0CBOCHMA 3HAHUU

1. O06parnMoe 3MEHEHHUE (PEHOTHIIA 10T BIUSIHUEM YC
JIOBUM CPEJIbl HOCUT HA3BAHUE

1) myTanus

2) MOIM(DUKALS

3) HOpMa peakIuu

4) TeHOTHII

2. HeoOpaTtnMoe n3MeHeHHEe HOCUTEIIS HACIICACTBEHHOM
MH(OpPMaALIM HOCUT Ha3BaHUE

1) myTanus

2) MOIM(PUKALS

3) HOpMa peakIuu

4) (peHOTHN



3. IIpumep HEHACTEICTBEHHON N3MEHYMBOCTH — 3TO

1) KoMOMHATUBHAS U3MEHUYUBOCTh

2) €CTECTBEHHbBIE MyTAIlAU

3) nepekoMOUHAIIHS TEHOB B PE3YJIbTAaTe KPOCCUHTOBEPA

4) onpenenéHHast K3AMEHYUBOCTD

4. I[IpumMep HACIEICTBEHHOM N3MEHYUBOCTH — 3TO

1) yBenmrueHre MaccChl TeJla YEJIOBEKA TPU YCUJIIEHHOM MMUTAaHUU

2) yBEJIMYEHHUE yPOXKas IPU MPABUILHOM MOJIUBE

3) yBEIIMYEHUE YUCIIA XPOMOCOM B KapUOTHUIIE

4) MOBBIIIIEHUE YCTOMYMBOCTH OpPTaHU3Ma YEJIOBEKA K XOJIOY B PE3YJIbTATE
3aKaJIMBaHUs

S. IlpuMep HACIEICTBEHHON N3MEHYUBOCTH — 3TO

1) yBenmnueHHEe Ynciia IBETKOB HA PACTCHUHU MPU BhIPAIIMBAHUU €TI0 HA SIPKOM
COJIHEYHOM CBETY

2) yTpara XpOMOCOMOM KaKOro-inbo gparmMeHTa

3) CHI>KEHHE MACCHI T€JIa YEJIOBEKA MPU MUTAHUHU HAU3KOKAJIOPUMHOW MUIIEH
4) yBEJIIMYEHUE CUIIBI MBIIII] B PE3YJIBTATE PETYISPHBIX 3aHATUH CIIOPTOM

1-2. 2-1.3-4.4-3.5-2



Cmnacun6o 3a BHuManusa!

JlomamnHee 3aganue

1. Jlate onpeneiicHuEe N3MEHYUBOCTH.

2. Kakas n3aMeH4YHMBOCTH BHOCUT OCHOBHOM BKJIAJ B
HACJICICTBCHHYIO N3MEHYHUBOCTH ?

3. Ha kakue rpynrsl Ae1ATCSA MyTaldu [0 XapaKkTepy
U3MEHEHUN reHoTuria?



