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N3MeHUYMBOCTb, €& hopMbl.
deHoTUNNYECKasA, KOMOMHaTUBHAA U
MyTaLuMOHHasA N3MEHYUBOCTD.
AHTUMyTaUMOHHLbIE Dapbepbl.



[1naH
e 1. Knaccudukauma qopm M3mMeH4YnNBOCTH;
e 2. Buabl dpeHOTMNNYECKON NBMEHUYMNBOCTH
e 3. KombnHaTnBHaa N3MEHYNBOCTb
e 4. MyTauMoHHaa N3MEHYMBOCTb

5. Buabl n mexaHnambl reHHbIX,
XPOMOCOMHBIX 1 FEHOMHbIX MyTaLWKA, UX POrb
B NaTONOrMn YenoBekKa.



dopMbl USMEHYNBOCTH

¥

deHOTUNNYECKANA [[eHOTUNNYECKasA

 Moandunkauunu / \

e DeHOKONUMU KoMOuHa- MyTauu-

* Mopdo3bl TUBHaA LMOHHAaA
M3IMEHYUNBOCTDb

CnocoOHOCTL XMBbLIX OpraHM3MoB NpuobpeTaTb B
xoAe UHAUBUAYaNbHOro (OHTOreHes) un
ucropudeckoro (unoreHes) pasButusa HoOBble
NPU3HaKMW.




@DeHOTUMN — 3TO pe3ynbTaT
B3aMMoOenNCTBUA reHOTUNAa U
BHELUHUX YCNOBUMN.

dPeHOTUNINYECKAA NUBMEHYUNBOCTDb —
N3mMmeHeHunsd doeHoTMNA NPUN UBSMEHEHUN

BHELUHNUX  YCINOBWW, He 3aTparnearoLine
reHoTun.



Moaundonkavumnmu -
N3IMeHeHuns eHoTUnna B npeanesax HOPMbI peakuunm,

Bbi3BaHHbI€ OObIYHbLIMU AONA CylwecTBOBaHUA OaHHOINo Buaa
CbaKTOpaMM BHelWHeun cpeabl, U He CcBA3aHHbIe C USMEeHEeHUAMMU

_reHorvna

HOpMa PEAKUMNU — npenensi heHoTunmyeckoi

N3IMEHYNUBOCTIN, oOnpeaerdemblie reHOTUMOM.

‘Moandunkauunn:
e /IMeloT rpynnoBoun, obpaTtMbsin N aganTUBHbIN
XapakTrep.
¢ OBbIYHO HE NepenarTCs Ccriegyowmm NOKONEHUSM
(0gHaKo CyLeCcTBYHT AnuTenbHble Mognudukauun,
KOTOpble ncye3aroT NOCTENEHHO, B TeYEHME

lMpumepblI Modughukayudu.
YcuneHue nurmeHTaumnm Koxku nog aenctesmem YO-nyyen.
YBenunyeHne Kkonn4yectaa 3pUTPOLIUTOB B KPOBU NMpu

MTMMoOKCcun




deHoKonMus —

HeHacneaCTBEHHOE WM3MeHeHne dheHoTuna,
CXOOHOe C nposaBneHnemM onpeaeneHHbIX
M3MEeHeHn reHotmna (B MeguuuHe —
HeHacneacTBeHHble 0O0fe3Hn, CXoadHble C
HacrneacTBEHHbLIMN).

Kak npaBuno, UMerT HeoOpaTUMbIN U HeaJanTUBHbIN
XapakTep.

*He nepeparoTtca crneayrowMm NOKONeHUAM.



deHokonunu
BO3HUKAKOT noa
BO3ENCTBUEM

mepamoeeHOo8e

dekomenus
(YKOpO4Y€eHHbIe
NacToBUOHbIE PYKMW).
Pe3ynbrat 4encteBug Ha
nnon masiudomuoa.

'nyxoHemoTa. MoxeTt
6bITb Bbi3BaHa Yy pebeHKa
eupycaMu KpacHyXxu,
ecnu maTb nepeboneer
KpacHYX0OU Ha paHHUX
aTanax bepemMeHHOoCTH.

NMpumepsl heHOKONUN
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HOPMANGHOMY MTYTH

MyTtauusa

MIMCHACT X040 PpUIDMTHA

Boapencrene
cpeAbl (neyeHue)
MOXCT CHOMNCHCHPOUATL

ACHCTEHE MYTal M BEPHYTL
PAIDHTHE K HOPME

.
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BpeaHoe

MOXET NPUBACTH K OTKNONENINO

OT HOPMAMLHOTO MYTH PAIBUTUA
A2KS NPU OTCYTCTBMM MyTALIKH




[ MMOTUPEO3

N

HacneacrBeHHas HeHnacneacteeHHad dopma
dopma (HapyLieHue (dbeHokonms) —

CUHTEe3a ropMoHa) HELOCTATOK

(AR W _W_ W | ~ .~




XenTble MOMnoYHble 3yObl. [IpyemM XeHLMHON B
nocrnegHue 3 mecsua bepeMeHHOCTU aHTUbMOoTUKa
TeTpaUUKIMHa.

Kapuec 3yb6oB. [lencteune kucnotoobpasytouen
MUKpPOdiopbl 3yOHOro Hanerta.



Mopdro3bl —

HeHacneacTtBeHHble U3MEHEHUS, Bbl3BaHHbIE
9KCTPEMAnbHbIMN UNMN  HEOObIYHbIMKW  AONS
OAaHHOro Bmaa paktopamu BHeLLHeN cpeasbl.

eHoCAT HeaganTUBHbLIN U HEODPATUMbIN XapaKTep.

eacTo — 3710 rpydble Mopdorornyeckune nameHeHus (BIripP),
cxoaHble ¢ BI'1P HacnenocTtBeHHOro reHesa.



NMpumep mopdho3za.

-

PaenHa ryobl (1) Heba. X

PaKTOpPbI PpUCKa pa3BUTUA pacLUueNIUHbI Y
nnoaa:

* [loBbILLEHHAs TeMriepaTypa Tena bepeMeHHOWN.

[edununTt BUTaMMHOB N MUKPOINEMEHTOB (Meab).

NHdeKUMOoHHbIE 3aboneBaHnsa maTtepu, Anaber.

* [pmnem B nepnon 6epeMeHHOCTU NIeKapCTBEHHbIX
npenapaToB, 3CTPOreHOB, aHAPOreHoB, MHCYIINHA,
ankorons u gp.




3Ha4YeHune heHOTUNNYeCcKou
N3MEeH4YMBOCTU AnA BUga

* [ToBbILWAKOTCA aganTaUMOHHbIE
BO3MOXHOCTM OPraHn3mMoB —
OOCTUraeTca agantauus K
N3MEHSAIOLLMMCS YCITOBUAM Cpebl.



[ eHOTUNMM4YecKasa

N3IMEHHYNBOCTDb —
nameHeHus, 3atparusarowme AHK agpa
nnu AHK mutoxoHapun.

KoMOMHaATUBHAA N3MEeHYNBOCTb —

HOBblE COYETaHUNA HEN3MEHEHHDbLIX TEHOB pO,EI,I/ITeJ'IeI7I B
reHoTumnax noTomMcTBa.



MexaHu3mMbl KOMOVHaATUBHOM

Cny4danHoe u He%g%%nmggﬁa%%meme

rOMOMNOIrNMYHbIX XpOMOCOM B aHadasel menosa
(2x23%x150000 reHOB) — MOCTOAHHLIU MEXaHU3M.
[eTtn nony4yaroT pa3Hoe KOfIM4eCcTBO XPOMOCOM
OTLLIOBCKOIro U MaTepPMHCKOro rnpoucxXoXxXaeHus.

KpoccuHrosep B npodasel menosa —
HEeNnOCTOAHHbIN MeXaHu3M. [1pnBoanT K
nepekomMomHaLum reHoB B rpynne cuenieHus.

CrniyyaHoe codyeTaHne raMeT Npu onnogoTBOPEHUN.
MI 3.

Mepexpect XpoMocomM NPOMCXOAMT & Npod 3ze 1 MeKoze

Late Prophase Mctaphase Anaphase | Metaphase = Anmapha se Cametes
Crassing

1.4 Crossing over takes place in meiosis and is responsible
for recom bination.



3Ha4YeHne KoMoOnHaATUBHON
N3MEHYNBOCTW

BO3HWKaAET OrpoMHoOE reHo- U
doeHoTUNMMYECKOE pa3Hoobpa3ne ocoben.

[loBbiWaOTCA aganTUBHbIE BO3MOXXHOCTW.

MokeT BO3HUKHYTb KOMOUHALINS reHOB,
KOoTOpas NPoOABUTCHA B (beHOTUMNe Kak
Bones3Hb, UM UCKIIOYUT ee NPOSABINEHNE.



MyTauum —

peAaKkue, Cny4yamHo BO3HUKLLIME
CTOMKUE U3MeHeHusd reHoTuna.

« BO3HMKAlOT HEHaMpPaBNeHHO NoJ AEUCTBUEM
MyTareHHoro doakropa.

« Bo3HUMKalOT peako.

MoryT ObITb BpeaHbIMUW, NONE3HbIMU U
HeUTpanbHbIMN.

MoryT nepegaBaTbCA MNOTOMCTBY.

e ABnatoTCca NpMYNHOU HacneaCTBEHHbIX
bonesHen YenoBeka (reHHbIE, XPOMOCOMHGIE).



MY';AFEHI:I - 3K3OI’§HHbIe
dusnyeckue leanecme buonornyeckue

NoHusunpyouwee [llectuumagbl, HeK. BUPYChbI, HEK.
nanyyeHue, YO- Hek. nek. nuuy. npocrtenune
ny4yun, nasepHble B-Ba, XUM. B-

ny4yun, Bbicokad Ba

TemnepaTypa u
ap.). - OHOOINeHHbIE -akTuBHbIe
paauKansl




BpeaHble MmyTauum B 3aBUCUMOCTU
OT doeHOoTUNnYeCcKoro adpdpekTa:

* JlleTanbHble — BbI3bIBAOT rMbernb
opraHn3ma Ha YpOBHE 3UroTbl UK paHHEro
aMbpuoreHesa.

 CybnetanbHble — BbI3bIBAOT rmdensb
opraHmama o HacTyrnreHus
PeENPOaAYKTUBHOIO nepuopa. He
nepenarTcsi MOTOMKaM.

e ButanbHble — cCOBMEeCTUMbIE C XXU3HbIO.
MoryT nepenaBaTbCAa NOTOMCTBY.



MyTauunn:

e CNOHTaHHbIe — BO3HUKAIT
HeHanpaBfeHHO Noa AEUCTBUEM
Hen3BeCTHOro mytareHa. B cpegHem
KaXXOblN YenoBeK ABNAETCA HOCUTenem 1-2
HOBbIX MyTaLWN.

* AHAyuMpoBaHHbIe — Bbi3BaHHLIE
MCKYCCTBEHHO JeNUCTBUEM onpeaeneHHoro
MyTareHa.



MyTauunn:

1. 'eHepaTuBHbLIe.
2. ComaTtnyeckue

Onsa pa3HbIX TUNOB MyTaLUM UX YacToTa
Bapbupyet oT 10-6-10-8 Ha HYKINeoTuA Ha
reHepauuio go 3*10-1.



1. leHepaTUBHbIE MyTaLUMU.

* BO3HMKAIOT B NMNOJSIOBbIX KNeTKaxX.

* [lpogasnaroTca B criegyroLwmx
NOKONEHUSAX.

* MoryT HacnepgoBaTbCA.



2. ComaTnyeckume myrtauum:

* BO3HUKAOT B COMaTUYEeCKMX KneTkax.
* He nepepatotca NnoToMCTBY.

* BpoXOeHHble — MyTareH O0encTByeT Ha
KINEeTKN aMOpUoHa.

dPeHoTUNNYECKUUN D EeKT:

MO3auLN3M, BPOXXAEHHbIe MOPOKN
pa3BUTUA.

* [MpnobpeTeHHble — MyTareH
OEVUCTBYET B MOCTIMOPUOHAIbHbIN

nepunoq. PeHoTUNN4YecKnm achdexT:
OnyXonMu.



MYTALINW

XPOMOCOM




[ @HHble MyTaUnn —

N3IMEHEHUA HYKITEOTUAOHOIO COCTaBa
NghimL!.

1. 3amMeHa HyKneoTuaa:
e MucceHc MyTauusa — U3MeHeHue CMbICria KOAOHa.

LUTL-----UAL

rny Ban
e HoHceHC myTauus.
ATl -----ATT
TP HOH

2. BbinapgeHue HykneoTnaa — cABUT PaMKWU CYNTbIBAHUA.
3. BcTaBKa Hykneotuaa — CABUI PaMKN CYUTbIBAHUS.



MyTauumm co caBUrom pamkm

CH VITIIBaHVIFI.

* MPOUNCXOOAT BCNeACTBME BbiNageHUA U BCTaBKK
B HyKNneoTmnagHyto nocnegosatensHocTh AHK ogHoun
NN HECKONBbKUX Nap KOMMNNEMEHTapPHbIX
HYKNeoTnaO0B.

V7 £ 4
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[eHHble bone3Hun Yyenoseka ¢ A-P
TUMNoMm HaclieaoBaHWU4A
 CepnoBugHo-KnetoyHasa aHemusd (HbAHbS)
e DeHUNKeTOHYpUA (aa)

e AnbOUHN3M (aa)

Autosomal-recessive type

Pathologic traits

albinism . .
sickle-cell anaemia



XPOMOCOMHbIE MyTaLun (abeppauunmn) —

M3IMEHEHUA CTPYKTYPbDI

He¢Rriopdi© & MabeppaLnn:

 Neneumnsa un aecdpuleHc — NoTeps y4acTKa.
 Nynnukauusa — ygBoeHne y4yacTka
 UHBepcuda — nepeBopoT y4acTKka Ha 180°.

 TpaHcnoKkauus — obMeH y4acTkamMmn mexay AByMS
XpOMOCOMaMU, Unnm oobeguHEHNE OBYX LiENbIX
XPOMOCOM B OAHY (cbanaHcMpoBaHHas —
KONMMYECTBO reHeTn4YeCcKoro matepuana He
n3mMmeHsieTcsl, HecbanaHcupoBaHHas —
N3MEHSAETCH).

 KonbueBasa xpomocoma — 3aMblKaHne
XPOMOCOMBbI B KOMbLO.



SIRY
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N3meHeHne doopMbl
XpOMOCOM
B pesyrnbrarte
NepuLEHTPUYECKNX
NHBEpCUn



« Obpa3oBaHune
KonbueBbIX (/)
XPOMOCOM




ABCDEFG

f Cavanne
. e e

Pasnenenue

 XPOMOCOMHbIE NEPECTPOUKU, CBA3AHHbIE C
LEHTPUNYECKUM CITUSAHNEM

* NN pa3aerieHneM XPOMOCOM SIBAAKTCS NPUYNHON
N3MEHEHUS YMCIia XPOMOCOM B KapuoTune



* [leTns, obpasyroLlasics
Npu KOHblOraumnm
FOMOJIOTMYHbIX
XPOMOCOM, KOTOpPble
HecyT HepaBHOLEHHbIV
HacneacTBEHHbIN
MaTepuan B
pe3ynsraTte
XPOMOCOMHOWM
NepecTpPOUKU




e KoHbloraumsa xpoMmocom npu MHBEPCUSAX:

* | — napaueHTpunyeckasa nHBepcua B 0O4HOM U3 rOMOS10ros, /1
— rnepunageHtTpmyeckad niBepcmd B 0OA4HOM U3 romMmorsioroB



Xpomocoma Ne2 yenoBexa 00pas oBaHa MPM TPAHC NOKALMH, NP OH3OLLET L Y HALLIMX
MPENKOB NOCe OTBETBNEHINA OT CTBOJA BCEX MMMATOB: Y OpaHra, ropiviiibl U aaxe

WHAMIaH: € (5 MAHNET PacXoXiieHsa) ABe PasHbIX XPOMOCOMbI COOTBETCTBYHT XPOMOCOME

2 yenosexa. Bee moan Ha Jemne HMEoT 0DLLEro MNPEIKa, Y KOT OPOro NPoM; olna ara
TPAHC NoKaLMA.

NOLe Tl Damds on chromasomes
OF ilTes il specns A6 homoaoaus

Human chromosome 2 ;." \

Chimpanzee chromosomes

Gorlla Chromosomes

Orangutan chromosomes

e ot am ot o
AIocerne chomosnms

—]
A -6 enchingad with the
Break == < i armof ancehar
; — -~ Y] 8rm of ancehy |
points ¢ -
Robertsonian
translocation
creat a Qe '
Metacentric B creatng a larg
o Mmetaoantre chromossme
chromosome = : )
¥ q and a tragmenit that often
Fragment e Faik 10 sexgrocgto and & ]

Pme.9.18




- = leHOMHbIE 1 XPOMOCOMHDBIE MyTaLUEI

: : B COMATHYECKIX ITIETIAX YENOBEKA W MIBOTHBIX

- = YAacT0 CBA 3aHbI € PAasBHTHEM PaKa

X S 3 1

B } X FeunnpokHan TpaHcnoKauua Xpomocam
g ~{Tanshocation - w14 e numdountax yenoeexa

- L NPUBOAMT K Aumd ome BEpkuTa:

: A : Il K reHy uMmMyHornobuHoe

l B I il NPUCOEAMHARTCA reH oHkoreHa c-Mf YU
; ; MEHAA 210 PeryaALMH.

| R N
A gene l}e-mr Pue. 432

a0
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XPOMOCOMHbIe MyTaLUN:

« Kak npaBuno, cyonetanbHbie U
neTtanbHble

 [loTOMCTBY, Kak NnpaBuno, He nepeparTCA
(Kpome cbanaHCMpOoBaHHbIX TPaHCOKaL K
N UHBEPCUWN)

* OnpenensatoT pasBUTUE XPOMOCOMHbIX
3aboneBaHunH.



KapuoTtun npu TpaHcnokaumoHHoMm cuHapome [layHa
(ogHa 21-a Xxpomocoma npucoeanHeHa K 15-M xpomocome —
yKa3aHO CTPeNikou

CN o W
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CnHOPOMBbI, CBA3AHHLIE C
abeppauymamu

Cunapom IIpu3Haku

Komaubero kpuka | MOHIOJIOWIHBIN pa3pes 171a3, YMCTBEHHAS
46,5p- (del) OTCTAJIOCTh, AaHOMAJIMHU IIPUKYCA,
BBICOKOE MJIM IIMPOKOE MIOCKOE HEDO

YacTuunasi Jledopmarius nuia u yeperna,
TPUCOMMUSH OJIUTO(PPEHHUS, TPEYTOJIBHBIN POT,
46,10p+ (dup) TOHKAS 3aBEPHYTAsI BHYTPb BEPXHSIA

ryoa, apkoBUJIHOE HE0O, pacIieIrnHa
ryObl 1 HEOa, aHOMAaJIUU 3y0O0B




MexaHn3Mbl XPOMOCOMHbIX MyTaLun

Pa3pbiBebl AHK (OHMN):
doparmMeHTbI: LEeHTPUYECKMNE U aleHTPUYeCcKue
1. B XpomMocome 1 pa3pbiB: - .qenkuml,

Q O KonbLia
2. B XpoMocoMe 2 pa3pbiBa: geneuus,
UHBepCUM
3. B HecCK. Xxpomocomax 1u 2 (>) pa3prBOaT\
6 ¢ _ aeneuuun, Aynnuvkauuu, TpaHcriokauum,

MHBepPCUU; pasHblie PUrypbl (AULEHTPUKN,
KonbLa)



[eHOMHbIe MyTauun —M3aMeHeHus Yncna

XPOMOCOM.
Buabl reHOMHbLIX MyTaLNn:

e [Tlonunnoungusa (2n + n).

* MO3an4Hble OPMbI XKN3HECMOCODHBI — 46,XX/92,
XXXX.

* [eTeponnouaums:

-MoHocomusa (2n — 1), no aytocomam n 45,Y0 —
neTanbHbl.

45,X0 c. LlepelwieBckoro-TepHepa, (1:2500 cpeaun
0EBOYEK).

-Tpucomusa (2n+1).

C. dayHa 47,+21 (1:700)

C. lNaray 47,+13 (1:4000)

C. KnanHdensrepa 47,XXY (1:700)

C. Tpucomusa —X 47, XXX (1:1000).
-NMonucomusa (2n + 2, 3....). TonbKo NO NONOBbLIM



MexaHn3Mbl FreHOMHbIX MyTauun.
e 1. HepacxoxaeHue XxpoMocom B aHadhasze MnTo3a

Ui Mmemo3a.

9.27.YnBoeHHe BCero Yucria Xxpomocom B reHome (aBrononunmnouaus)
M OXXeT BO3HMKaTh M3-3a HepacXoXOeHHA XPOMOCOM B MMTO3e M/TH melo3e.

(a) Autopolyploidy through mitosis [Scoxdrmaction o1 an carty meota
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g
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) 2, J I Traploid (3m)
i N :;Zl‘.pl“—l'—j(_l—l—l T l ._ that then ll.l—-.-.'.xfll.s—
9.27 Autopolyploidy can arise through nondisjunction in | Prociuces 3 £ gamele "o ‘l iy u ;‘ e
an =it e

mitosis or meiosis.

Y npsiMmbIX NpeaKoB YenoBeKa Kak Buaa nonunnonauns (Yae Bcero yasoeHue)
cny4yanacb HeoOQHOKpPaTHO, HO NocriegHUNn pas — 6onee 100 MUNIIMOHOB NeT Ha3aa




OOGpa3oBaHue NONUNIIONAHbLK KNEeTOK B pe3ynkTaTe pa3pyLlieHus
BepeTeHa AerieHus.
A — pasnunyHble Habopbl XPOMOCOM (12, 24, 48) B NbINbLEBLIX 3epHaXx
OQHOro N3 COpTOB NMMaLMHTa;
b — obpasoBaHmne NoNUNIIoNAHbIX KNEeToK
/—B HOpMe, /|—npwu paspyLleHnn BepeTeHa AefTeHNSA KONXULUHOM




MexaHn3Mbl reHOMHbIX MyTauuin

e 2. YTpaTa oTAesribHOU XPOMOCOMbI BCNEACTBME
«aHaasHoro orctaBaHus». [pnBoaunT K
Mo3aunumnsmy — 46,XX/45,X0.

e 3. Hann4yue B KneTkax, BCTynawLnx B MENO3 UK
MWUTO3, XPOMOCOMHbIX MyTaLUW.

e 4. NMonunnovansauma (3n, 4nnT.4.):
A) OBOWHOE ONNoa0TBOPEHME,

b) oTcyTCTBME 1-T0O MEMOTUYECKOIO AENEeHNSA U
obpasoBaHue AUNMouaHbIX ramer.



MexaHn3Mbl FeHOMHBLIX MYTaUWUWN (Hapyiwerme
pacxoXgeHns NonoBbIX XPOMOCOM B MENO3e)

1. HepacxoxgeHue nonoBbIX XpOMOCOM B aHadase | menosa
(Hopma: 46,XX 23,X)

P ¢ 46,XX 23, 46,XYd
\ X
HepacxoXxaeHue HopMa
45,X0 45,Y0 47 XXX 47 XXY
C. Tep.-lWep. nertan. aurota c. Tpunono «X» C.
KnanHdgenstepa

2. HepacxoxaeHue rnonoBbIX XpOMOCOM B aHadhase |
(Hopma: 46,XY 23 XU 23,Y)

P O 46,XX ‘ 46,XYJ
/

45,X0 47 XXY
c. Tep.-lWep. c. KnanHgenstepa




CuHApPOMBI, CBAA3aHHbIe C aHOMaNnMAMU Yucna
XPOMOCOM _

Cunapom | IIpusznaku

ﬁ[;yzlleln VMCTBEHHAs! OTCTAJIOCTh, K}L IK» KX ‘U" 7‘?‘795 A
| HIOCKO A0, Kh A% KK XK A8 AR
MOHTOJIOMIHBIN pa3pe3 ©e e e Ta
IJ1a3, MEJIKHME MTOCTOSHHBIE | AN Aen A AA A
3yOBbl, HEIIpaBUIbHAS

(opMa 3y0OB U MO3HEE
MX IIPOPE3bIBAHME,
apKooOpa3zHoe HEOO

XK xx N L X o ah s
18 19

20 22 21

IlepemeBc | Ko)KHBIE CKIAAKU HA IIIEE,
KOTO0- HU3KUH POCT, IEPBUYHAS

Tepuepa
45.X0 aMEHOpEsA, MUKPOTHATUS




XpomMmocombl 18 TpucomMmum
cuHapom(c. daBapaca)
47,+18

CuHapom
[laTay
(Tpncomus
no 13 xp.)
47,+13




Xpomocom XXY CUHOPOM
47 XXY

CuHpgpom
LLlepeweBCcKOro —
TepHepa

45,X0




