Tema 2. [eHeTUkKa
HacneaACTBEHHOCTU U
N3IMEHYUBOCTU

Pa3saen: HacnheacTtBeHHasa u
HeHac/neACTBeHHaA
N3MEeHUYUBOCTb



BCNOMHUM
U3 NnepBoOU NeKuun

N\



N3MeHYNBOCTb

H3menuyueocmv — CIioCOOHOCTD
KUBBIX OpPraHU3MOB IIPHOOPETaTh HOBLIC
IIPU3HAKH U CBOMCTBA



UN3meH4yusocmb: gpopmbli

Hacneocmeennasn, uiiv cenomunuueckas,
UIMEHYUBOCMb — W3MEHEHUS IPU3HAKOB
opraHu3Ma, 00yCJIOBJICHHbIC H3MECHEHUEM I'C€HOTHIIA

Henacneocmeennan, unu gpenomunuyeckasn, nin
MOOUPUKAUUOHHAA, USMEHUUBOCHIL — N3MCHCHUS
IIPU3HAKOB OpraHr3Ma, He 00yCIOBJICHHBIC
M3MEHCHUEM I'€HOTHUIIA



Hacneocmeennasa uzmenuuéocms

Hacneocmeennasn uzmenuugocms (r€HOTUITNYECKAS
M3MEHYMBOCTh) 00YCIOBIIEHA BOBHUKHOBEHUEM Pa3HbIX
TUIIOB MYyTalliil U UX KOMOHWHAIMM, KOTOPBIEC IIEPEAAIOTCS I10
HACJIEJICTBY U BIIOCJICICTBUHM IIPOSIBIISIOTCS Y HOTOMCTBA

n HSMCH‘II/IBOCTB, O6YCJIOBJI€HHa}I BO3HUKHOBCHHUCM
MYT&HHIZ, — MYymauuOHHAAA USMEHUUBOCHDb

- I3MeH4YnBOCTh, 00OYCIIOBICHHAS JaIbHEHIIICH
PEKOMOMHAILIMEN TEHOB B PE3YJIbTaTe CKPEIMBAHUS, —
KOMOUHAMUBHAA USMEHYUBOCHLD



Hacneocmeennasa uzmenuuéocms

Komounamuenas usmenuueocmo — N3MCHYUBOCTD,
KOTOpPas BOSHHUKACT BCJIICACTBHUC pCKOM6I/IHaI_II/II/I I'CHOB BO
BPCM:A CIIMAHUA I'aMCT

I puuunwi:

- HE3aBHCUMOE PACXOKICHUE XPOMOCOM BO BpEMSI MEHO034;

- CJIy4aiiHasi BCTpeyYa raMeT, a BCICICTBUE 3TOTO U COYETAHUS
XPOMOCOM BO BPEMSI OILIOIOTBOPECHHS;

- p€KOMOMHAIIHS TEHOB BCJIEJICTBUE KPOCCHHIOBEPA



Hacneocmeennasa uzmeHuYueoCcmy:
Posb ¢ 360110uUU

Ha HacnencTBeHHOM M3MEHYHBOCTH OCHOBAHO BCE pazHooodpasue
UHOUBUOYANIbHBIX PATUYUIL.

- KQYECTBEHHBIC Pa3INyMsl, HE CBSI3aHHBIC IPYT C APYTroM
epeXOAHbIMU (POPMaMU, U KOJTUUYECTBEHHBIC PA3INYu,
00pa3yolIre HEMPEPHIBHBIC PsiJibl, B KOTOPHIX OJM3KUE YJICHBI
psjia MOTYT OTJIMYaThCS;

- IBMEHEHUSI OTJICJIbHBIX ITPU3HAKOB U CBOMCTB (He3asucumas
U3MEHUUGOCHb) Vi B3aMMOCBI3aHHbIC U3BMCHCHHS PSAa IIPU3HAKOB
(koppeasiTUBHASI ©3MEHYUBOCTD);

- I3MEHEHHUS, UMEIOIIHNE MPUCITIOCOOUTEIBbHOE 3HAYCHHE
(adanmuenas uzmenuugocmn), i N3MCHEHUS «0€3pa3TNIHEIC))
WJIA CHIDKAIOIINUE )KU3HECTIOCOOHOCTh MX HOCUTEIICH
a0anmueHas U3MEHYUGOCIHD)




Ocooennocmu mymauuoHHoOuU
uzmenuugocmu. Buovt mymauuii



Buowst mymauuii

[lo xapaxmepy oelicmeuss Mymauuu:
- MOp(hOJIOTHUYECKHE,
- (DU3HOJIOTUYECKHUE,

- ONOXUMHYECKUE.



I Mopdonornueckue myrauuu y Drosophila melanogaster

OUKUIl mun antennapedia ultrabithorax

Mymauuu OKpacku

vestigial
mena u 2nasz

B




Du3uonocuueckue mymauuu

XrnopoguribHble Mymauuu rnoOcosTHe4YHUKa,
uHOyuyuposaHHble N-Humpo3o-N-memusrimodyeguHoU



buoxumMuvyeckui MECTO/ -
H3YUYeHHE COCTABA BHYTPEHHHX Cpe/l opraHusMa (rpynnsi KpoBH, CHIBOPOTOUHbIE
0eJIKH M T.J1.) € HeJIbIO ONpe/Ie/ICHHSI MeCTA H XapaxkTepa MyTalHii

- depmeHT - MpusHak

BrisBlieHHue H3McHEHHSA B 0OMEHE BCNICCTB,
HAKOIIJICHHA IMTPOAYKTOB MeTabo/IHTOB B
MOYC HIIH KPOBH HOBOPOXKJACHHOTIO, B
OKOJIOTUIOAHBIX BOAAX MATCPH C NMTOMOIIBIO
XHMHYCCKHX pCﬂKIlliﬁ HITH &lKTCpHﬂHbeIX

leH

XPOMOCOMHEH GHENMI .
BroxmmMmuiecxoe neenenosarne Mﬂp thO B.

BopCuin xOpuwona
AMHUOTHHECKAR XMAXOCTL
MyNosuHHER KPOBL




Buowst mymauuii

1o noxkanuzayuu mymauuu.

- FeHEpaTUBHBIMU (BO3HMKAIOT B ITOJOBBIX
KJIETKaX),

- COMaTHYC€CKUMHM (BO3HUKAIOT B KJIIETKAX
TEJIa)



Buowst mymauuii

Ilo uzmenenusam cenomuna mymauuu.

- TCHHBIE,
- XpPOMOCOMHBIE,

- TCHOMHBIC



I ennovie mymauuu




I ennovie mymauuu

I ennvie mymayuu A3MEHSIOT
CTPYKTYPY OTAEIbHBIX T€HOB



I ennvie mMmymauuu., mouKoeble mymauuu

Hopma MyTaumna
MuHa L

AHK AFUUTUFrATTUT AI"L].LI,TLHjATTLJ.T
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NUPHK Arduuyurayyuy AI'LI,LJ,YLHj.AVYLly
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HopmansHbin 6enok HedyHkunoOHanNbHbIN 6enok



I ennwvie mymauuu. mouKoesvlie mymauvuuu

munsl.

- Tpan3uyuu — B HyKJICOTUAHOU TTApE MyPUH
3aMEIACTCS HA IYPUH WU MUPUMUIUH HA
MMUPUMUIYH, T.€. IPOCTPAHCTBEHHAs OPUEHTALIMSI
OCHOBAHUM HE U3MEHAECTCA

- Tpanceepcuu — nNypuH 3aMeEIIACTCA HA
MMUPUMUIAH WKW HAPUMUJIUH HA IYPUH, YTO
MU3MEHSET NMPOCTPAHCTBEHHYIO OPUEHTALIUIO
OCHOBAaHUU



Tuner myranuii. Toueunsie

/A = £ 4 &=
* Tpansunuu(a) u TpancBepcuu(f3)
B a a B
T// > = G
Point mutations
No mutation g |
Silent Nonsense Missense
conservative non-conservative

DNA level G il ATC TCC TGC

mRNA level AAG AAA UAG AGG ACG

protein level Lys Lys STOP Arg Thr

N\



[ eHHble (TOYKOBbIE) MyTaLUK

TpaH3uLum BCTaBKK nap
nap HyKneotTuaon HYKINeoTUaoB

TpaHcBepcun I BbinageHus nap |
| nap HyKneoTngaos | __HYKNeoTUuaoB. |




['eHHBIe (TOUKOBBIE) MYTALIMIM — M3MEHSIOT OCTEI0BATeTHOCTE

HYKICOTHIOB B I'eHe, TO eCTh CTPVKTVPY CaMOoro reHa.
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Myramlommn"l nponecce




I ennwvie mymauuu. mouKoesvlie mymauvuuu

OCHOG6HblE NPUYUHDBL.

- OIIMOKH B XOA€ MPOIECCOB
peIIMKAIUN, PCKOMOMNHAIINY U
penapamnun JIHK (ommbxu Tpex P),

- ICUCTBUE MYTarcHHBIX (DAKTOPOB



(1) De Cys
ATA TGT

ATA TGT
lle Cys

(2) De Oy
ATA TGT

ATA TGT

(3) De Cys
ATA TGT

ATA TGT
e Cys

(4) De Cys

Ile
ATA

ATA
fle

lle
ATA

ATA

lle
ATA

ATA
Ile

lie

Lys
AAG

Lys

To4yeyHble myTauum

Ala Leu Val Lew Leu Thr
GCA CTG GCTC CTG TTA ACA

GCA CTG GTA CTG TTA ACA
Ala Leu Val Leu Leu Thr

Ala Asn Val Lew Lew Thr
GCA AAC GTC CTG TTA ACA

GCCA AAC TTC CTG TTA ACA
Ala Asn Phe Leu Leu Thr

Ala Asn Val Leu Leu Thr
GCA AAC GTC CTG TTA ACA

GCAAACGTCCTGTTAACA

Ala Asn Val Leu Leu Thr

ATA TGT ATA AAG GCA AAC £TC CTG TTA ACA

ATA TGT ATA AAG

e Cys

e

Lys

GCA AAC TCC TGT TAA AC
Ala  Asn Ser Cys  Stop

“Moauaman myranus”

3aMeHa AMHHOKHCIO0THONO
OCIalka

Tepyupanun (0dpL1B Henn)

Caeur paMKn COINTHIBAHNSA

.7 MyShared

_ P




Buowst mymauuii

Ilo uzmenenusm cenomuna mymauuu.

- TCHHBIC,

- XpPOMOCOMHEIE,

- TCHOMHDBIC



XPOMOCOMHbBIE Mymayuu

XPOMOCOMHBIE Mymauuu, Vi
XPOMOCOMHBIE abeppayuu, Nin
XPOMOCOMHBIE NePecCmpPOouKU



XpOMOCOMHble mMmymauuu. minbsvl

Buympuxpomocommsie nepecmpouKu:
- moTeps (HEXBaTKa) y4acTKa XpOMOCOMBI;
- YABOCHUE Y4aCTKa XPOMOCOMBI (AyIUTUKALINN );

- IOBOPOT y4JacTKa XpoMocombl Ha 180° (MHBEpCcHH)

Mescxpomocomuule nepecmpoiku:.

- MPAHCAOKauuU — IEPEMEIICHUE Y4aCcTKa OJHOM
XPOMOCOMBI Ha APYTYIO, HE TOMOJOTHYHYIO €l XPOMOCOMY



XpoMOCOMHbIe MyTaLu

BHympuxpomMocomMsie Mymayuy MexxpoMocomHan
HopMankHan Yr:oam nenlum nynnuwuauua Muue]pcun M}'(r’::::‘:xauun
XpomMocoMa
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XpOMOCOMHble mMmymauuu. minbsvl

Hneepcuu:

Hapayenmpuueckue uneepcuu 3aTparuBaroT
TOJIBKO OJIHO IIJIEYO XPOMOCOMBI, HE KacascCh
[IEHTPOMEPHOI'0 Y4acTKa U HE U3MEHSS (POopMy
XPOMOCOM.

Hepuuenmpuueckue ungepcuu 3aXBaTbIBAIOT
paiioH LIEHTPOMEPHI, BKIIIOUAIOIIUN Y4aCTKH 000UX
IJIEY XPOMOCOM, ¥ IIO3TOMY OHU MOT'YT
HAYUTEIbHO U3MEHUTH (DOPMY XPOMOCOMBI



XpOMOCOMHble mMmymauuu. minbsvl

Mestcxpomocommuoie nepecmpouKu —
MPAHCIAOKAUUU.

Peyunpoknuvie mpanciokayu MMEIOT XapaKTep
B3aMMHOTO OOMEHA yYaCTKaAMU MEXKIY
HErOMOJIOTUYHBIMU XPOMOCOMaMHU

Hepeuunpoknvie mpanciokayuu — pa3poiB
3aTPAruBacT OJHY XPOMOCOMY, & OTOPBABIINAMCS
YYaCTOK NPUKPEIUIACTCA K IPYTrOl XPOMOCOME
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AhheKT nonoxeHnnA

* OdrpeKT NoNoXKeHUA — B3auMHOe
BIMSIHUE TeHOB OfHOW XPOMOCOMB,
3aHMMaloLWMX ee Brmsnexatime NoKycChbl.

* AHTUreH «pesyc-thaktop» (Rh+)
obycriosneH gencTenem Tpex redos C, D,
E

* [lpun oguHakoBom reHorune CcDDEe, HO
pPa3HOM B3aMMHOM PacChosiOKeEHUA TEHOB B
XPOMOCOMax CUHTE3NPYETCH pa3Hoe
KO/IMHECTBO aHTUIeHa.:

CDE/cDe — mHOro aHtureHa E, Ho masno C;
CDe/cDE — HaobopoT, masno E n mHoro C.




Buowst mymauuii

Ilo uzmenenusm cenomuna mymauuu.

- TCHHBIC,

- XpOMOCOMHBIE,

- TCHOMHBIC



I enommuuie mymauuu

I'enomuvie mymayuu - MmyTanuu,
00yCJIOBJICHHBIC U3MCHCHHUEM YHCJIA
XPOMOCOM B KapHUOTHIIE OpraHu3Ma



VILIOWHA
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Farromang Dummowws oaumoionng
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ABTONOMHIIONANS  AJUIONOIHILIOHINA

I enommnuie mymauuu

AHCYILION/UA

'

MoHocoMus
Hysumcomus

Tpucomus



| anmnmo-murmonaus

NMomMmumo aToroy
HEeKOTOpPbIX BUOOB
HaceKoMbIX (NYyenbl, OChbl,
MypaBbM) cyuiecTBeyer
0CODbIN T.H. ransio-
OAUNNOUAHLIM TUN
onpeaeneHusa nona, npu
KOTOPOM NOJIOBbIE
XPOMOCOMBI OTCYTCTBYHOT
Boobuwe. Y aTux BUAOB
npu cnepmMaroreHese
YUCNO XPOMOCOM He
peayuupyercs, T.0.
CaMKM OKa3biBaKTCA
OAUMNNOMAaHbI, a caMubl —
ranouaHsbl.

MaTtka, pabodas n4enawu
TRPYTEHb




Cxema noayyuerus 2anionoos Ha
Yoipaiin in vive OCHOGEC UHODOZeH e3d

Meiioz

e Mu KpOCHops!

JWamepuucxm

Hotronuxu Hoiivyeeoli meuiox
Mmukpocnopu (2n)

Muozoaoeprusa KiemKa ¢
ZUNTOUOHBIMU (n) aA0pamu
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2UNAOUOHBLY
pacnenu Ycnoeus in vitro
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Myxcex oit zumemogun



ABTornonunnongua

ABTONONUNNOUOUA — KPaTHOE YBENUYEHME YNCTA
XpPOMOCOM Y OfHOro B1Aa.
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reHoTun NOTOMKA
poauTens




ABTononunnouausa

AunnouaHeii (2x) u TeTpannouaHbIn
(4x) BUHOMPAan

Mnoge! OKTONAOKMAaHoM (8x) n
OUNIOUOHON (2X) 3EMNAHKUKK

LiBeTku TeTpannongHon (4x) u
OUMIONOHON (2X) NeTYHUK




Annononunnongus

Annononuniougus —
yBEMUYEHNE YUCTa XPOMOCOM
B pesynbTaTte rubpugusaymm

2n =10 2n =16
N= S X o N=§

\

F,:2n=13 (rameteicn=0,1,2, 3...... 13)

i /

fubpug - annononunnoung: 2n = 26 (n=13)




AHEYILITOM/IUSI

A"(‘.\'".—")":""() ll(),"lpﬂ'l’"l(‘."lﬂl()'l‘ Ha 2 OCHOBHBLIX
THIEA:
Tpucomust (Zn+1); (2n+2) — rerpacomun: (2n+2) —
HCHTACOMHH M T.1.

Monocomust (2n-1): (2n-2) - nayumconmun

T.o. aneyviom st BO3HIKAeT BC/IEICTRHE
H3MEHeHnst YHC/1a XPOMOCOM HeKpaTHoe
I'AILIOH THOMY Ha0OpPY BC/I¢/ICTBHE
HEPACXOKICHIIST XPOMOCOM B Meiiose mn
MIITO3C.



UN3meH4yusocmb: gpopmbli

Hacneocmeennasn, N ceHOmMunu4ecKas,
U3MEHYUBOCHLD

Henacneocmeennasn, uim
henomunuueckan, Nan
MOOupuKkauuoHHan,
UZMEHYUUBOCMD



Hopma peakuuu —npeaens|
MOANOUKALNOHHOM N3MEHUYMBOCTH,
00y C/TIOB/IEHHbIE TEHOTUMOM
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HOPMA PeaKLmu &

BbiBOA,
Hacnegyetcsa He cam
NPU3HaK, a CNocobHOCTb OpraHn3smMa

MNPOABJIATL 3TO MNPU3HaK B
onpegesiedHHblX yC/1oBUAX, T. €.
HacieayeTtcd HOpMa peakuni
OpraHnM3mMa Ha BHELLHWE YC/10BUA.




Sl AN AN
M3mMeHYMBOCTL OlyBaH4YMKa,
BbLIPAWEHHOro U3 O4HOro KOpPHA

@bipaller Ha pagHuHe eblipawieH e 2opax




Carassius carassius

Carassius carassius m. humilis




Modugukayus

- Aoanmuena:

- Heaoanmuena:

N\



Buabl peHOTUNUUECKOMU
N3MEHUYUBOCTHU

Moougukayuu — 3T0 HeHacNeACTBEHHbIe U3MEHEHUS
reHOTUNa, KOTopble BO3HMKAIOT NoAa Aenctemem gakropa
cpeabl, HOCAT aA4anTUBHbIN XapaKTep U Yalle Bcero obpatmmol
(Hanpumep: yBenn4eHmne spuTpoLUTOB B KPOBU NMpU
HeaoCTaTKe KMcnopoaa).

Mopgo3bl — 3TO HEHAcNeACTBEHHbIE U3MEHEHUS
deHoTUNa, KOTOoPble BO3HUKAKOT NOA, AEUNCTBUEM
3KCTPEeManbHbIX GAKTOPOB cpeabl, He HOCAT a4anTUBHbIN
XapaKTep n HeobpaTumbl (HANPUMEP: OXKOTK, LPaMbl).

* PeHOKONUU — 3TO HEHacNeACTBEHHOE U3MEHEHUEe
reHoTUna, KOTOPoe HaNnOMMHAET HAaCNeACTBEHHbIE
3aboneBaHusa (yBennyeHume WMTOBUAHOW Keneldbl Ha
TEPPUTOPUN, TAE B BOAE UM 3EMIE HE XBATaeT Moaa).




CMNACUBO 3A BHUMAHMUE!




