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HAXOAMTCH B IPAMOM 3aBUCUMOCTH OT Cpebl.
HUx B3auM03aBUCHUMOCTH MOKHO

OpPMYV.I B BUJIE JICHHDI
MMOJIOYKEHUH.

> 1. Opranu3mMoB BHe cpelbl He CYLeCTBYeT.
[TOCKOJIbKY OpraHU3MBI SIBISIOTCS OTKPBITHIMUA
CHCTEMAaMM, HAXOIAIUMUCS B €IMHCTBE C
YCJIOBHSIMH CPEJIbI, TO U PeaIU3aLIMsI
HACJIEeACTBEHHON MH(OPMALMH IPOUCXOAUT IO
KOHTPOJIEM CPEJIbI.

* 2. OaHH U TOT Ke TeHOTHUII CIOCO0€eH 1aTh
pa3jiuYHble (DEHOTHUIIbI, UTO OIPEICIACTCS
YCIIOBUSIMH, B KOTOPEIX peain3yeTCs TCHOTHII B
IIPOIECCE OHTOI€HE3a 0COOM.




% 3. B opranmsme MOryr pasBuThbCs JUIIb T€

[PU3HAKH, KOTOPbIEe 00yCJI0BJIEHbI
reHoTuInoM. OEHOTUIINYECKAST N3MEHYMBOCTH
= —— e =
IIPOUCXOJUT B IPEJIECTAX HOPMBI PEAKIIUH 10

KaXXI0MY KOHKPETHOMY IIPHU3HAKY.

4. YcaoBusi cpeabl MOI'YT BJIAMATH HA
CTelleHb BHIPAKEHHOCTH
HEHACJICACTBCHHOTO WJIM HACIECACTBCHHOTO
IpU3HAKa Y OPraHM3MOB, UMEIOILINX
COOTBETCTBYIOIIYM I'€H (3KCIIPECCUBHOCTH ),
WJIA HA YUCICHHOCTh 0COOEH, MPOSBIISIONIAX
COOTBETCTBYIOIIMU HACIIEACTBEHHBIN ITPU3HAK
(IEHETPAHTHOCTB ).



N3MeHYuBOCTDh — CBOMCTBO
OPraHU3MOB, KOTOPOE NMPOABJIACTCH B

BAPHALMSAX CTPOCHUS U
(PM3HOJIOrHYECKUX CBOUCTB

Pa3JIMYHBIX 0C00€H OHOI0 BHAA NPH
B3aMMOJACHCTBUM C BHCIIHEH CPE/IOMH.

< PaznnyarorT HEHACJIEeACTBEHHYIO U
HACJEACTBEHHYI0 H3MEHYHUBOCTh.

* IlepBas u3 HUX CBA3aHA C H3MCHEHHUEM
(eHoTHIIA, a BTOpas — TEHOTHIIA.



Buoioenarom cnedyrowiue 6uowt

UMEHUU60CMU Y IHCU6BLIX ODCAHUIMO6
L = @9 ==

* HenaciaeacTtBeHHYI0, heHOTUIIMYECKYIO,
Moau(pMKAMMOHHYI0 U3MEHYUBOCTD

* HacjeaCTBEeHHYIO, IeHOTUIINYECKYIO:
— KoMOMHATUBHYIO,

— MyTanuoHHYI0 (T€HHBIE, XpPOMOCOMHBIEC
a0eppalyy, TCHOMHBIC MyTAalluH ).



APAKTEPUCTHKA HEHACJIE/[CTBEHHOH

HU3MEHYHBOCTH.
NS * 1. MoaupuKkanuoHHAsE U3MEHYUBOCTD
__BO3HHMKACT I0/I BJHSIHMEM CJIOBUH

cpeabl. | eHbI IpH DTOM HE
M3MEHSIIOTCSI, 2 U3MEHSIETCS UX
(P€HOTUITMYECKOE MPOSIBICHUE.
MoauduKanMOHHbIC U3MCHCHUSA HE
BJICKYT 3a COOOM M3MEHEHMI IT'€HOTHIIA.

Bo3HHKHOBEHHE MOAU(DUKAITMOHHBIX
M3MEHEHUM CBSA3aHO C TEM, UTO YCIIOBUSA
CpEIbl BO3ACHUCTBYIOT HA
(bepMEHTaTUBHEIC PEAKIIHH,
[IPOTEKAIOIIE B OPTaHU3ME, U B
M3BECTHOU MEPE UBMEHAIOT UX TCUCHUE.




* 2. MOIUPUKAIIMOHHAS U3BMEHUYUBOCTbD
»  OBPATUMA, T.€. p€HOTUN U3MEHSIETCS TOJIBKO
10/1 BO3/ICHCTBUEM HEKOTOPHIX BHEITHUX
(baKTOpOB, a KOrma OHM IIPEKPaIaloT CBOE

BOSQGI\/’ICTBI/IC Ha OE%FaHI/BMi TO BHCIIHUU BI/IH

BO3BPAIIACTCI K IICPBOHAYAJIbHOMY.

X UYenosex, 3a2opesuiuil Ha NJSNCE U BEPH) BUIUTICS
0oMol, nepecmaem noo8ep2amvbCsi 8030€UCMBUI)
COJIHEUHBIX Tyuell 8 DOIbULOM Koudecmee,
noamomy ghepmenm 8vipabamvleaemcs 8 MEHbULUX
KONIU4eCcmeax U Kodca noCMmeneHHo ceemJiee.
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S 3. MoanpuKanmoHHOii
M3MEHYMBOCTH ITOABEPIKEHEI
KOJMYECTBEHHEIE IIPU3HAKH:
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‘ A < Hanpumep, BeC 4elloBeKa u

SN KUBOTHBIX 3aBHCHUT OT €r0
UTaHUS, TIOJABMXKHOCTH U JIP.
(bakTOPOB BHEIIHEH CPEIbI. 4.
MoagudukanuoHHas
U3MEHYUBOCTH SBJISICTCS BAXXKHOU
11 TPUCITIOCOOICHNS] OPraHu3MOB
K U3MCHSIIOIIUMCS YCIOBUSIM.
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Boigeasor ciaeayrouimue
MOAU(PUKAIIMHA:

1. AmanTuBHbIE.
2. DeHOKOMUMN.

3. lJIuTeJIbHbIE



1. MogudukanoHHass ©3AMEHYHUBOCTD B

BUJC AAANTUBHBIX MOAU(PUKAIINHA
1eaecoodpasHa.

% {,Ha ABJISAACTCAA HpI/ICHOCOgI/ITGHBHOI/I.

X IIpuHMMaeT MacCOBBIN XapakTep.

> Heycronuupas - Ipyu U3MEHECHHUHN YCIIOBUU
cpenbl (heHOoTHN MEeHseTcs. MMeer
IIUPOKUU TUAITa30H U3MEHUYUBOCTH.

> HocHT opHOHAIpaBIEHHBIU XapaKTep.



‘ MOJIUDPUKAIIUOHHAS
" M3MEHYMBOCTH B
MOJABJSIOIIEM

mia- | DITHHCLRE COYHALR,
- IIOJIE3HA. OHa mo3BonsieT
OpTraHu3My OBICTPO
IIPUCIOCOOUTHCS K
M3MEHSIOIIUMCS YCIIOBUSM M

_ . BBDKHTP B HHX. 25-27°C

[ 29°C




¥ B kauecTBe npumepa afanTUBHBIX MOAM(DHUKALINNI
b MOYKHO IPUBECTH H3MEHEHUE (POPMBI JIMCTHEB
BOJISIHOT'O JIFOTUKA, CTPEJIOJIUCTA, YEPEbI B

CUM JIOBUU

JIroTUK mpoun3pacTaeT Kak B BOJIE, TaK U 110

wh ¢ OeperaM. MHOraa TOJBKO 4aCTh PaCTEHUS

AYA + morpyxeHa B Boxy. Hax BOZO# JTHCTBS HMEIOT

/iy, ¢ MIMPOKHE IIACTHHKY CO c1a00 pa3pe3aHHbIMU

® Kpasmu. JINCTbs TOro K€ pacTEHHs 11O BOAOU

7 CHJIBHO PACYJICHEHBI, YTO MIPEJOXPAHIET UX OT

. TTOBPEXJICHHS BOIHBIM IIOTOKOM. Ecii Jxe B ombITe
|}, 4® JIHCT JIFOTHKA OBUT TOIBKO HaroJIOBUHY MOI'PY>KEH B
'/ ¢ BOMY, TO 3Ta YacTh MPUOOPETAET IITyOOKHE

| BBIPE3KH, a OCTaJIbHAs OCTACTCS HEPACUICHEHHOM.




ApanTuBHble moauduKaunm
y oayBaH4YMKa




[Ipumep apanranuu: Lipimista oqHOTO BO3pacra,

KOTOPBIC NOJTyYaJki OMHAKOBYIO MHUIIY, HE

COZIEp KaIly0 BUTaMHHA D: OQWH HBITIJICHOK
wlCOpaBa JICSL OC COJIH

Opyrou (ciaeBa) - HE MOABEPIraics.

* Kpsica (BBepXy), B pallHOHE KOTOPOM
OTCYTCTBOBAJIa AMUHOKHUCIJIOTA BaJIMH. Ta ke
KpbICa CITYCTS 25 CYTOK IIOCJIE N00aBICHUS B

ITUIIY BaJIMHA




* 2. K Mmogu(duKanmoHHON
M3MEHYHUBOCTH CJI€AYET OTHECTHU
TaKXe (PEHOKOIUU.

IIPOLIECCE PA3ZBUTHUS MO BIAUSTHUEM
BHEINHUX (PAKTOPOB NMPHU3HAK,
3ABMCAINUU OT ONPEaCICHHOIO
FeHOTUIIA, MOKET U3BMEHUThCH;
P 3TOM KOITUPYOTCS
NPU3HAKH, XapaKTEPHbIE AJIs

APYIroro reHoTuIa.



* B pasBuTnu ¢eHOKONUHM MOTYT UTpaTh poilb

~ pa3sHo0Opa3Hbie GaKTOPHI CPEIBI —
KIUMaTHYeCcKue, (pu3ndecKkne, XUMHYECKHE,
0J10L

———
* Hampumep, cyliecTByeT HacleACTBEHHAs (hopMa

SIMUJICTICHM U HEHACJIEACTBEHHAs ((D€HOKOIIHS) B
PE3YJIBTATE MEXaHUYECKUX BO3JCHCTBUM HA MO3T.

X Buewne cumnmomsl y obeux ¢hopm nposesiromcs
00UHAKOBO, A SMUON02USL (MPOUCXOHCOCHUE) —
PA3TUYHDBL.

* Taxoke B KauecTBE mIpUMepa MOKHO IMPUBECTHU
3a0oneBanne TOKCOIIJIAZMOS.
Jlekapcmeennuvie npenapamout Mo2ym 6bl36amb
UBMEHEeHUsl N100a KAK Npu HACAe0CMBEeHHOU
namoiocuu.



Y // 3.OcoOyro rpymiry Moau(UKauOHHOM
=2\ I3MCHYMBOCTH COCTABIISIOT AJIUTEIbHbIE
MoauuKamum. ITH U3MCHCHUS BO3HUKAIOT MO/

BJIIMAHHNUCM BHCIIHHUX YCHOBHﬁ.

TEMIIEPATYPhI HA KYKOJIOK KOJOPAACKOTO
KapTO(METBHOIO KyKa OKpacka B3pOCIIbIX
’KUBOTHBIX U3MEHSETCA. ITOT OPHU3HAK JCPIKUTCS B
HECKOJILKHAX ITOKOJICHUAX, 4 3aTEM BO3BPAIlaCTCS
IIPEKHSS OKpacka.

* VYKazaHHBIN NPHU3HAK NIEPEIACTCS IMTOTOMKAM JIMIIb
o BO3ACUCTBUEM TeMIIEpaTyphbl Ha )KEHCKHE
OCOOHM M HE TIEPEIACTCS, €CIN BIUSHUIO (PaKkTopa
IIOABEPTaINCh TOJBKO CAMIIEL.

X CienoBarejibHO, AJIUTEIbHbIE MOTU(PUKALTAA
HACJEAYIOTCH 10 TUITY UTOIIA3MATHYECKOH
HACJICICTBEHHOCTH.






* Pasmax Moau(pUKAIUOHHON U3MEHYMBOCTH

AraIa3oH MOAU(PUKAIMOHHON M3MEHYHBOCTH,
HOPMA peaKlUH, FeHeTHYECKH 00yCJI0BJIEH U
HacCJl eIlyeT Csl. APERENLI PEATUIAUM SEHOTYr,
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PA3BUTHS
AHTPONOT

‘ bIE

JUAP. SAKT FEHOTUN

Cxema pea/iH3aliH 'eHOTHIA B PAMKAX HOPMbI peaKIHH
KAK NOKA3aTe/]1b CTAOHILHOCTH PasBHTHA



.. > Ilpeodenvt moougurkauuonnou
Ty
: UZMEHYUBOCMU - HA3bIBAIOMICA
% HOpMOU peaKuuu
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MOJIU(PHUKALMOHHEIC U3MCHECHHMS, a
araIa30H U3MEHYMBOCTH (HOpMa
PEaAKIIVN).

Hanpumep, y npuMynbl KpacHas
OKpacKa I[BETKOB Pa3BUBACTCS IIPHU
temneparype 15—20° C, a 0enas —
IpH 00JIe€ BEICOKOM TEMIIEpaType, HO
HHUKOIJa HE IPOSBIISICTCS ApyTasl.




/% MOJIMPUKAIIMOHHAS

¥  U3MEHYMBOCTDL XAPAKTEPHA JIJISI
BCEI'O BUJIA, A HOPMA PEAKIIUM JJISI
K AHU
WUHIUBUJIYAJIbHA.

* l3MeHeHHne KoJIMYecTBa MOJIOKA B
3aBUCUMOCTH OT KOPMJICHUS IPUCYILA
BCEM KOPOBAaM, HO JIJId KAXI0HU KOPOBEI
pa3Mepbl UBMEHEHUS Y0 OyIyT
PA3HBIMU: OJHA KOPOBA MOXKET AATh OT
1000 mo 2500 muTpoB MOJIOKA B IO, a
apyras ot 2500 go 5000 1.




peakuun. Ilpuznax, umerwwiuii wiupoKyo

HOpMY peaKuuu, UsSmMeniaemcs 6 00/ 1bUIOM
R E e — __—

*  Hampumep, KonmruyecTBO MOJIOKA Y
KPYIHOTO POTaToro CKOTa B OOJIBIIION
CTEIICHU 3aBUCHUT OT YCIOBUU COAEPKAHUA U
KOPMJICHUS.

X Ilpuznak, umerwwiuil y3Ky0 HOpMy peakuuu,
MA0 3a6UCUI OM BHEUWHUX YC106UIL, HATIPUMED
OKpacKa MIEPCTH Y KPYITHOTO POraToro CKoTa.



HopMma peakiimu CKiapiBaaach UCTOPUUECKHU
B pE3YJILTATE €CTECTBEHHOI0 0TOOpa. OHa
MMEET MPHUCIOCOOUTEIILHOE 3HAYCHHUE.

HOPMY peaxkyuu KOHKpPEemHvlx npu3HaKos,
MOIHCHO NOBLIUAMY YPOHCAUHOCHb
pacmenuil U NPoOYKMUBHOCMb HCUBONHDBIX.
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Ka4€CTBCHHEBIE (LIBET I71a3 U BOJOC Y
YEJIOBEKA) M KOJIMYECTBEHHBIE (POCT U Macca
PEHAy UCHOROR.)
> J1as XapakTepUuCTUKU CTEIEHU

M3MEHUYUBOCTU KOJIMYECTBEHHBIX IPU3HAKOB
IIPUMEHSIOT OOUH U3 METOJIOB CTATUCTUKUA —
IMOCTPOCHME BAPMAIIMOHHON KPHUBOM.

N OND




MIIEHUIIBI OJTHOTO COPTa BAPLUPYET B JOBOJILHO
IMAPOKKUX Ipeaeiax. ECim pacIioioKUTh KOJIOChS IO
ACTaH €CTBA TOQ I10
BAPUALIMOHHBIN PsIJT ©3MEHYMBOCTH JAHHOTO
IIPU3HAKA, COCTOSIINN 13 OTACIbHBIX BAPHUAHT.
YacToTa BCTPEYaeMOCTH OTACIIbHONM BAPUAHTHI B

BapuaIlMOHHOM PS1y HEOJWHAKoBa (Ta0I.).
Yucno konockoB (v)|14|15|16(17|1819|20(21

YactoTa 2161(20134|122110| 4|2

BCTPEYAEMOCTH (D)

Pitc. 9. Tomonnorm

g—6 — POPMBI MAKMX LIS
S . -



* Cpennee 3HaUCHHE YHClIa KOIOCKOB (M) B
”  KOJIOCE IMIIIECHUITHI MOKHO PacCUUTATh 110

dhopmyie
— E(:p)

* I'’1IC V — BdpPpUdH1d, p — 4dC101d
BCTPEYAEMOCTH BapUAHTHI; N — OOIIEe
4YHCJI0 BapUaHT BapHallMOHHOIO psija. B
JAHHOM CJIy4ae cpeaHeapru(pMETHIECKOE

YHCJIO KOJIOCKOB B KOJIOCE ITIIICHUIIBI
M=17,24



psia MOXKHO TTOCTPOUTH BAPUALIMOHHYIO
KpUBYIO0. /111 3TOr0 Ha TOPU30OHTAIIBHON OCH
OTKIIaJbIBAOT B OIPECACICHHOM Macirade

— YaCTOTYy BCTpeqaeMOCTH BapHaHT (p)
[Ipy COeIMHEHNM TOYEK IIEPECCUCHUS
OJy4aeTCs KpUBas, XapaKTepHU3yIoIas
M3MEHYMBOCTD YHMCJIa KOJIOCKOB B KOJIOCE

INIIICHUIIBI.
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N OND

4 15 1€ 7 18 19 20



' XapaKTEPUCTUKY U3MEHUYUBOCTHU

' [IpU3HAaKa, HY>KHO U3YYUTH OOJIBIIIOE
Kgnﬂqml)co%ﬁ% KaK I
CTaTUCTAUYECCKHUE 3aKOHOMEPHOCTH -
3TO 3aKOHOMEPHOCTHU OOJBIINX YUCEIL.
[Ipu 1ocTaTO4HO OOIBIIOM
HaOJIIOICHUHU I10JTy4aeTCs
OTHOCHUTEJIbHO CUMMETPUYHAs KpHBasl.




>k HacJsiencrBeHHass M3BMEHYNBOCTD:
X 1. KomOuHaTuBHY10; 2. MYTAallHOHHYIO.

* 1. KomOMHAaTHBHAS U3MEHYMBOCTD.

X EOM%HH&TI/IBHEI}I N3MCHYUYHUBOCTDH CBsA3dHA C

IOJIYUYCHHUCM HOBBIX COYCTAaHUM I'€HOB B T'€HOTHIIC.
HOCTI/II‘&CTCH 9TO B PC3VYIIbTATC TPCX IIPOLCCCOB.

a) HE3aBHCHUMOI'0 PACXOXKIACHUS XPOMOCOM IIpH
MEHNo03e,

0) CIy4alHOIO UX COYETAHMS IPU OILIOJOTBOPECHHUH,
B) pEKOMOMHAIIMK F'€HOB OJIaroiapsi KpOCCUHTOBEPY;

CaMH HaCJICACTBEHHBIC (DAKTOPHI (F€HBI) IIPU 3TOM
HE U3MEHSIOTCS, HO BOBHUKAIOT UX HOBBIC
COYCTAHMS, YTO MPUBOAUT K MOSBICHUIO
OPTraHU3MOB C JIPYTUM F'€HOTHUIOM B (DEHOTHUIIOM.



pacopoCTpaHEeHa B IPUPOJIE.

Y MUKPOOPraHMU3MOB, PA3MHOKAOIIUXCSA
@'IOJIBIM [IYTEM, IIOSIBUJIMCH CBOCOOPA3HLI
MEXaHU3MBI %TpchaopMaum{ 1 TPAHCAYKIUA 5,
IIPUBOJISIINE K MOSBICHUIO KOMOMHATHBHOM

N3MCHYHNBOCTH.

Bce 310 roBopuUT 0 00J1b1I0M 3HAYUMOCTH
KOMOMHATHUBHOM U3MEHYMBOCTH JJIsI IBOJIIOIUH.

* KomOnHaTtuBHas M3MEHYHMBOCTh PACIPOCTPAHEHA B
IIPUPOJIE U MOXKET UI'PaTh POJIb JaXKe B
BU000pa30BaHUH.

* OnwucaHbl BUIBI IIBETKOBBIX PACTCHUN U PBIO,
COBMEIIAIOIIME IPU3HAKH JBYX OJIM3KUX HBIHE
CYIIECTBYIOIIMX BHUIOB.



MYTAIIMOHHAA USMEHYHUBOCTD

W+ Mymayueii (1at. mutatio - nepeMeHa)

Ha3bIBAETCHA U3MEHEHHE, 00YCI0BJIEHHOE
= == =
peopraHmu3anued BOCIPOU3BOASIINX

CTPYKTYP, U3MEHEHUEM €€ TeHeTUYECKOI0

anmnapara.

> DTUM MYTAllUM PE3K0 OTJIHYAIOTCS OT
MOAU(UKAIMHA, HE 3aTPArdBAIOIIUX

réeHOTHUIIA OCOOM.

> MyTtanuu BO3HUKAIOT BHE3AITHO,
CKauKOOOpa3HO, YTO MHOIAA PE3KO OTIMYACT
OpTraHu3M OT MCXOOHOMN (DOPMBI.






MyTanMoHHAs U3MEHYNUBOCTh
KJAaCCU(PUKANNA MYTALMN:

Ilo nokanuzauuu 6 Kiemke bloenaom:

¥ 2. Comamuueckue mymauuu,
¥ 3. Humonnazmamuueckue mymauuu
Io npoucxoorrcoenuro evtoenarom:

¥ 1. Cnonmannsie mymauuu,
¥ 2. Huoyuuposanvie mymauuu

Ilo ¢nuanuro na scuzneoeamenbHOCMb OP2AHUIMA:
X< 1. Jlemanovnuwie;
¥ 2. Cyonemanvhbole;
¥ 3. Heitmpanvnvie



A\ 7
Dominant and Recessive mutations

Recessive Dominant

1o nPpoOA6GJICHUIO 6 3Ucomée.

o2. Cyooomunanmmnuoie,
3. Peueccuenuvie

Phenotype

“ II\I! IJ oI dowunanmnvie,

o xapakmepy usmeneHu:
CCHEeMUYUECK020 annapama KJ1emkKu:

¥ 1. I'ennvie mymauuu,
¥ 2. Xpomocomnule abeppauuu,
¥ 3. I'enomnvie mymayuu



> MyTaiyu MOTYT U3MEHSITH VUaCTKU
MOJIEKYJIbI PA3JIMYHOM IJIMHBL.

* HanmmeHblIni y4acTOK, U3MECHEHUE

KOTOPOI'O ITPUBOAUT K ITOABJICHHUIO MYTAIlUH,

Ha3BaH MYMOHOM.

ORIGNAL SEQUENCE

- UGUAC AUG UAU ACG UCU CRA UGA UCCA

Met Tyr Ser Thr Gln STOP

POINT MUTATIONS

+ UGUAC AUG UAU ACG UCU CAG UGA UCCA

Met Tyr Ser Thr Gln STOP

- UGUAC AUG UAU ACG CCU CAA UGA UCCA

Met Tyr Ser Pro Gln STOP

- UGUAC AUG UAA ACG UCU CAA UGA UCCA

Met STOP



Ero Moxker COCTABUTH TOJBKO 0/1HA
[Iapa HyKJEOTH/IO0B.

* U3MeHeHMe mocjaea0BaTe ILHOCTH
HykJaeoruaoB B JTHK o0ycioBiauBaer
N3MEHEHHE B IOCJIe0BATEeJILHOCTH
TPUILIETOB M U3MEHSIEeT MPOrpaMmmMy
CHMHTe3a 0eJIKa B IBYX BapUaHTAaX.
JTO HOHCEHC MYTAIIMU U MUCCEHC
MYTAIINH.




HOHCEHC MyTAllMKU U
MUCCEHC MYTAIMH

e K (COOYIO FPYIIITY F€HHBIX

*
JIHK AGCCTCGATTCT AGCCTCCATTCT

| | HOHCEHC—MYTAaIMH C
MPHK AGCCUCGAUUCU -~ AGCCUCCAUUCU HOHBHeHI/IeM CTOH_
i . KOJIOHOB.

B CICLOIORIR O10:0:0
| | < HoHcenc—MyTanmuu MOryTt

BO3HUKATh KaK
BCJIeICTBUE 3aMeH
b . HYKJICOTHIHBIX IIap, TaK

6enxa dyHryMoHansHan)
U C NNOTCPIMHU UJIN
BCTaBKaAMMU.



Hopma M

> C mosBJIeHHE CTOII—
KO/JIOHOB CUHTE3

A MOJIMIIENTHIa BOOOIIIEe

s ‘ uuuuuu o0pbIBaeTCH.

- 0000 @u@ < B pesyjabrare MoryT

;% @ BO3HUKATH HYJIb—
aJ1J1eJIi, KOTOPBIM He
Hop ansHas Gopua mmmww

it o COOTBETCTBYET HH OUH
0€JI0K.




" > Ecnu B pe3yabTare TOYKOBOM MyTallMU
B IOJUIEITUTHOU [EITA MPOUCXOTUT
3aMeHa OJHOI'0 OCTATKA

= e = ____—= —
AMHUHOKHUCJIOTHI HA IPYIrOM, TO UMEET
MECTO MMCCEHC-MYTAllMU UIH

MYyTallud C UISMCHCHHUCM CMBICJIA

> [IpruMepoM cepbe3HBIX MTOCIEACTBUA
IUISL OpraHnu3Ma MUCCEHC-MYTalMuU
MOXKET CJIY>KUTh HACJIEICTBCHHAS
00JIC3Hb Y YCIIOBEKA -
CEPIOBHIHOKJIETOYHAA AaHEMMUS.



B cocTaB MOJIEKYJIbI TEMOITIOOMHA Y€JI0BEKA
BXOJAT JIBE a—Ienu (a—LeHb 3aKOJUPOBaHA B
16-o1 xpomocome) u 1Be b—1enu (b—1enb
3aKOJUpPOBaHa B 1 1-0M XpOMOCOME).

Eciau B pesyiabrare myranuu B /IHK
IIPOU3OUJIET 3aMmeHa Tpumjiera I AA Ha
tpumieT I ' TA, To Ha MECTE IIyTAMUHOBOM
KHCJOThI B MOJICKYJIE T€MOIIIOOMHA B
COOTBETCTBUHU C TEHETUYECKUM KOJIOM
[IOSIBUTCA BaJUMH. B utore Bmecro
remorjioonHa HbA nmosiBuTCS HOBBIN
remorsziooOun — HbS.



¢ Ha kimerouHoM ypoBHE 3Ta
00JIC3Hb NPOSIBIISIETCS B TOM, YTO
IPUTPOLMTHI IPHOOPETAIOT
bopMy cepra u TepsiloT
f cnocoGHOCTE K HOPMATBHOMY

TPAHCIOPTY KUCJI0PO/a.

Tomo3urorsl HbS/HbS
YMHPAKOT B PAHHEM JIETCTBE.

¢ 3aro rerepo3urorel HbA/HbS
XapaKTEPU3YIOTCA CIIa00
M3MEHEHHBIMM SPUTPOIIUTAMHU.




' >k IIpu 3TOM n3MeHeHne (GOpMbl SPUTPOLIUTOB
. 3HAUMTEIHHO TOBBIMIACT YCTOWYHNBOCTD

I'cTCPpO3UIroT K MAJIAAPHUH.
@ @2@@o—  —=

* IloaTOMy B TEX peruoHax 3eMiiu, rie
CBUPEIICTBYET MaJIsipus (Hampumep, B
Adpuxke), oTO0p ACKCTBOBAI B OJIB3Y
TE€TEPO3UTOT.

X Takum o0pa3om, CeprOBHAHOKJIETOYHAS
aHEeMHUS — 3TO IPUMeEP OTHOCUTEJIbHOCTH
«IOJIE3HOCTH» M «BPEAHOCTH MYTAallUi






v/ >k Hapywmienust B crpykrype THK
S OpUBOAAT K MYTAIUSIM TOJIbLKO TOI/A,

KOIJIa He OCYIIECTBJISIETCSI penapanusi.
= — — e

PEITAPAIIMA TEHETUYECKAA -

> mpouecce yCTpaHeHHusI TeHeTHYECKHX
IOBPEXKICHUN U BOCCTAHOBJICHUS
HACJICICTBEHHOI'0 anmapara,
IMPOTEKAINUN B KJIETKAX )KUBbIX
OPraHU3MOB IO JeHCTBHEM
ClIenMAJbHbIX (PepPMEHTOB




Yt & JleTaJbHO M3y4YeHbI ABe GOpMBbI —
% doTopeakTHBALMSI 1 TEMHOBAS

penapanusi.
e

* DoTopeakTUBALIUS, HJIM CBETOBOE
BOCCTAHOBJIEHUE, OblIIa OOHAPYKCHA B
1949 r. 1log nerictBUueM
YIILTPa(QHOICTOBOrO OOJIYyYCHHUS B YACTH
A30THUCTBHIX OCHOBAHUU PA3PhIBAKOTCA
XAMHUYECKHUE CBSA3HU U, €CIIN OTO
IIPOMCXOIUT, B PACIIOIOKEHHBIX PAIOM
TUMHHOBBIX OCHOBAHHUSAX, TO OHU

COCIUHSIOTCS IPYT C APYroM, 00pa3ys
ATUMepP THMMHA.




_:
N ————————

l BO3HUKHOBEHUE nedexra

—=

Haapes NOBPEeXAEeHHOro
y4acTka
LY

—’

spiLyenneHne
NOBPEeXAeHHOID yHacTka

< MccnemoBaHus MOCJIEIHUX JIET

YKA3bIBAIOT Hd BO3MOKHOCTb
HAJINYHUA B RIICTRKAX KOZKHU

YyeJI0BeKa
(poTopeakTUBHPYIOLETO
(pepMeHTA; IOITOMY MOXKET
OBITh MACCHBHOE
yIbTPa(uOIETOBOEC O0IyYCHHE,
Harp, [P 3arape, He BbI3bIBAeT
IMOBPEKIACHUN TEHETUYECKOTO
arirapara 4eJa0oBEKa.



X TemHoBasi penmapanus, B OTJINYHUE OT
oTopeakTuBaIK, YyHUBEpcaiabHa. OHa
yCTPaHseT Pa3/IMYHbIe CTPYKTYPHbIE
nospexaenus JIHK, nogpisrommecs B
pPE3yJIbTaTE PAa3HOOOPA3HBIX XMMHAYECKHUX
M paJIUalMOHHBIX BO3ACHCTBUU.

* CnocoOHOCTh K TEMHOBOM peItapalifu
OOHapy’>KEHA Y BCEX KJIICTOYHBIX CUCTEM U

OpPTraHU3MOB.



5 . B pe3yjabTare TeMHOBOH penapanyuu

[TTTTT™ITTITITY
Mazeperaais OCYH_IGCT BJIJACTCHA CBOCO6p3.3HO€

' S MOJICKYJIIPHOC «KXHUPYPIHICCKOCH

BMEIIATEIBCTBO: MOBPEK/IACHHbIE
| Y4aCTKH «BbIPE3al0TCHA», a

LD oOpa3zoBaBliuecs «0pemm»

CTTTTTT=ITIIIIIT 3AM0JHAIOTCH MyTEM JIOKAJIBLHOI0

°__ (MecTHOro0) cMHTe3a WiIu OOMEHA
o vsmene YIACTKAMH MEXKIY ITOBPEIKICHHOM H
ST genropexaernoi auravu JTHK, B
" pesysbTaTe Yero U BOCCTAaHABIMBAETCS
[ ee UCXOHass HopMaJIbHas CTPYKTYpa.




* JleTaapHO M3YUEHHI JIBA TUIIA
TEMHOBOU penapanmum —
IKCHU3ZHMOHHAA U
HOCTPEeNJIMKATUBHAS.

> [Ipy 3KCIM3UOHHOM
penapamnuu NOBPEKIACHHBIN
yuacToK JIHK BbeIpe3aeTcs u
3aMEIIaeTCs 10 Hadajia
OYEPEIHOIO IIUKJIIA
PA3MHOXKEHHUSA KIETKH, TOYHEE 10
Ha4dajia yABOCHMS (PEILUIMKALINH )
Mouekyn JIHK.

BbiLUEnneHne
NOBPEXACHHOD Yy4acTKa

>



@ Brojiorunueckuii CMBICH PTOTO

[IpoLecea - IKCHU3UOHHOH
e — = —
penapaiym - COCTOUT B TOM,
qTOOBI PEAYIPEIUTH
3aKPEILUICHUE Y IIOTOMCTBA
HACJICJACTBECHHELIX U3MEHECHUU
(MyTaluil) ¥ DOCICAYIOIICE

Pa3MHOXXCHHUE N3MEHEHHBIX
dhopM.




—— < JKCHU3UOHHAS perapanus - Hanooee
l“‘”e'“ SKOHOMHUYHAs 1 3 PEeKTUBHAs (popma
OCYILIECTBIIICTCS B HECKOJIBKO ITAIIOB.
e < ChHavana crel. (G€pMEHT «HaJIPEe3acTy
l"y“agg'%mpmmm TIOBPEXKIEHHOIO Y4acTKa. 3aTEM
— p— ITOBPEKACHHBIN YUYACTOK yIAJIACTCA
MOJIHOCTBIO, & 00Pa30BaBIIYIOCS
lgg;“"e"mﬁ“”“"‘"‘a «opemby 3amnoaHsroT JIHK-
— [MOJIMMEPA3bl, KOTOPhIE MTOCTABJIAIOT
lsmpameamsmm HCAOCTAIOIINC 3BCHbA, 3aMMCTBYA
MX U3 HEMMOBPEKJICHHOU HUTH.
— < CnoCOOHOCTB K SKCIIM3UOHHOU

S — pernapanui YCTaHOBJICHA Y BCEX
KJIETOK.

-

I)
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3. Penapauns 8 pesynerare
PpPexorMmGurHauViv



IocTpenmiMkaTruBHAas
p e H ap a II I/I ﬂ - H O CJ_I eJ——[ H}I}I dparment [IHK, noBpexaenHon YO-nyiamu UMKIOBYTaHOBI AUMED

L AL L LU LT
BO3MOKHOCTDB JUUIA KIICTKH \m
YCTPAHUTh UMEIOIINECS

LTI AL TR0 PR 8 00 G B 1L
I'CHCTHUYICCKHUC ITOBPCIKICHUA. g o s o)

Ecnn B JIHK BO3HHMKaeT
MHOTO ITOBPEXKIACHUM, TO B
IIPOLIECCE YABOCHUA,
(peruukanuun) JJHK B
TOYECPHUX HUTAX HA MECTE
ITOBPEXKICHUM, UMEIOIIIUXCA B
MATEPUHCKON HUTH,
00pa3yroTcs «Opernn».




dparment [IHK, nospexaexHon YO -nyvamu umknobyTaHoBel

TN G < T0 [IPOMCXOAMT B CUITY TOTO, UTO

Pacno3HaBaHe M BLIPE3AHIE yHaCTKa
C AUMEPOM

(depmenT, Beayui permukanuo JJHK
(CMHTE3 NOYEPHEN HUTH Ha

CKOU HE
«IPOYECTH» UCKAKECHHYIO HH(OPMAIHIO
B IIOBPEXKIECHHON TOYKE MAaTEPUHCKOU
HuTHu. [1loaTOMY, HOXOOS 110
MMOBPEXKIECHHOIO MECTA, OCTABIIETOCH
HEWCIIPABIICHHBIM BO BpEMsI
SKCIIU3MOHHOU perapaiuu, 3TOT
(bepMEHT OCTaHABIMBAETCS, 3aTEM
MEJJIEHHO IIPOXOIUT YEPE3 30HY
IIOBPEKACHUS U BO3OOHOBIISICT
HOPMAJIbHBIK CUHTE3 JIOUEPHEN HUTH,

OTCTVYIIA OT 3TOI'O MCCTaA.



XpOMOCOMHBIE a0eppalu

BO3HHUKAOT B PE3YJIbTATE IMIEPECTPONKHU
XpOMOCOM. OHH SIBJISIFOTCS CIICICTBUEM

b/~ W ol ch = o Wa N W da s o T €Y Y Y Y 2T\
- — 2 "4 VIN/R R D . ——
I'TY L Y A P 7R 7IVIR 7R R 71IVEDY!E 11"V rSR 7/ 2111w 1 v/7" ©
»w LYV @A W ./ \./ =~ \./ LJ , W - ./ S - - ’ \./

00pa3oBaHUIO (PPAarMEHTOB, KOTOPEIC B
NAJIbHEUIIIEM BOCCOEIUHAIOTCSA, HO TIPU
3TOM HOPMAJILHOE CTPOECHUE XPOMOCOMEI HE
BOCCTaHAaBJIUBACTCS.

Pa3inyaroT yeTbipe OCHOBHBIX THIIA
XPOMOCOMHBIX a0eppanuii:

* NHBepcuu,

> Jlejenuu (HeXBaTKH),

> TpaHcaoxkanuu,

X Jyniaukanuu (yIBOEHHUA).




Types of mutation

Deletion  Duplication  inversion PIHBEPCHM HAOIIOIAIOTCS IIPHU
pa3phIBE XPOMOCOMBI U
)C [epeBopauNBaAHHY
? ‘OTOpBaBIIIErocd ydacrKka Ha
180°. Eciu pa3pbIB IpOX301IET
insertion B OJIHOM MECTE, OTOPBABIIIUKCS

/,E = é\a (parMeHT IPUKPEILIICTCS K
XPOMOCOME IIPOTHUBOIIOI0KHBIM

KOHIIOM. Eciiv ke B IByX
o adme MECTAX, TO CPECIHUM (DPArMeEHT,
= g IIEPEBEPHYBIIKCH,
IIPUKPEILIACTCSA K MECTaM
e pa3pbIiBa, HO APYTUMH KOHIIAMU.

Chromosome 4



Heaeuuu (HexBaTKH)
BO3HHUKAIOT BCJIEJCTBHE NOTEPH

XPOMOCOMOHM TOI'0 WJIX HHOI'O
y4acTKa.

x HexBaTKM B cpeHel 4acTH

XPOMOCOMBI IIPUBOASAT OPraHU3M
K ru0eJin.

K YTpara He3HAYUTEJIbHbIX
YY4ACTKOB BbI3BIBA€T HM3MEHEHHE
HACJEACTBEHHBIX CBOHCTB.

k Tak, npu HeXBaTKe Y4acTKAa
O/THOM M3 XPOMOCOM Y KYKYPY3bI
ee MPOPOCTKH JIMIICHbI
xJIopoduJia.

Types of mutation

Deletion Duplication Inversion




TpaHcJaoKaIlMyM BO3HUKAOT B TEX CIIy4YasX,
KOTJIa YYaCTOK XPOMOCOMBI U3 OJIHOM I1aphbl
IIPUKPEIIIAETCSA K HETOMOJIOTHYHOU
XpOMOCOME, T. €. XPOMOCOME U3 APYTOHU I1aphl

>k TpaHcioKalus y4yacTKa OJHOM U3 XPOMOCOM
(21-1) n3BeCTHA y YEIIOBEKA;, OHA MOXKET 6I>ITI>

npuIrHOM 00ne3Hu JlayHa.

UONEJ0(SURI]

SUICATLUC) i
oAgEALIO

0Z swoaowoiys 1L



Xpomocoma Ne? yenoBexa 0bpasoBaHA MPM TPAHC NOKALIM, NPOH 3OS e Y HALLMX
MPEIKOB NOCNE OTBETBNEHINA OT CTBOJA BCEX MMMATOB: Y oOpaHra, ropinnbl U Jaxe
WHAMTaH: € (5 MAHNET pacXoXmeHsf) 4Be PasHbIX XPOMOCOMbI COOTBETCTBYIT XPOMOCOME
2 yenosexa. Bee moan Ha Jemne MME0T ODLIEro NPENKa, Y KOTOPOro NPoM: owna 31a
TPAHC NOKaLMA.

NOLE THe Damds on chromoromes
OF JilTes enl spscnes A6 homo o n e shoet am ot oe
Human cheomoseme 2 ) \ = RTOCRATING chromosoime
= -6 enchangad with the
;8::::':"'-:.___‘ :,.;'.'.L Y] 8rm of anckhyy |
Chimpanzee chromosomes AR . \
|Robertsonian
Ltranslocation
GCorilla chromosomes R .
Metacentric B). creatinga large
o Mmetacantre chromossme
chromosome o
Orangutan chromosomes ¥ and a fraqment that ofte )
| | Fragment —-——1 Fails 10 sexgrexgsto sl & oyl
Pe.9.18




Types of mutation

X YiBoeHue (AymauKamus)
CBfA3aHa C BKJIAIOYCHUECM JIMIOIHETIO,
AYOJMPYIOIIEr0 Y4aCTKA

Deletion Duplication Inversion

. IIPOABJJICHNIO HOBLIX IIPU3HAKOB.

BOJILIIMHCTBO KPYITHBIX
XPOMOCOMHEIX a0eppaluil B
3UrOTaX y YEJI0BEKA IMIPUBOIUT
K TSDKCJIBIM aHOMAJIHSIM,
HECOBMECTUMBIM C KHU3HBIO,
100 K THOEIN 3apOAbIIIECH
€IIIE€ BO BPEMA
BHYTPUYTPOOHOTO pa3BUTHSI.

Chromosome 4



o I CHOMHBIC MYTAIIMHU
/' \ & TamiouaHbIi HﬂﬁOB XpOMOCOM, 2

TaK:Ke COBOKYIIHOCTb I'€HOB,

HaAX0AANINXCH B I'anJioniHomM
Ha0ope XpOMOCOM, HA3bIBACTCH
2eHomom. MyTanuu, CBA3aHHbIE C
N3MEHEHHEM YHCJIa XPOMOCOM,
IOJIYYHUJIA HA3BAHUE 2eHOMHDIX.
K HUM OTHOCATCS NMOJUIJIOUIUA U
rereporionaus (aH3yIIJION IS ).



7w K IHoaunjaounns - yBelnnieHNue Yrcla
s '
Y ey 3 XPOMOCOM NYTEM JOOABICHUS IIEIIbIX
=" r S
= U XPOMOCOMHBIX Ha6OBOB B pesyiIbTare
T HapyLICHUS MENO03a.
- (i =
> VY mOIUIIONIHBIX GOPM OTMEUACTCS

YBEJIMYCHUE YUCIIa XPOMOCOM, KPaTHOE
rariOuHOMY HaOOpy: 37 - TPUILIOHW/,

Q_f_‘;“.' 4n - TETpAIUION, SN - IIEHTAILIOUI, 6n -

, reKCaruIon1 v T. 4. KyJlneTypHbIE

"\ /*  PpacTeHHS B CBOEM OOJIbIITMHCTBE —

= ITOJIUILIOUIHBI.
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% 9K DOpMBI, BO3HUKAIOIINC B

‘ pE3yIbTaTe YMHOKCHHS XPOMOCOM
= — ————

OIHOT'O T€HOMA, HOCIT Ha3BAHUE

A6MONJI0UOHDIX.

* OgHaKo U3BECTHA U Jpyras (popma
MMOJUIUIOUINN — AJI/I0NI0UOUA,
[P KOTOPOU YMHOKAETCH YHUCJIO0
XPOMOCOM JIBYX Pa3HbIX
r¢HOMOB.



Prurus
divarcata
[ang143)

Prurus
spinosa [Tepd )

Mpu crp aBaHN 4 1KOPaCTYLX BWL,OB ObiNo
PECHHT €31 OBAHO HECKOJIbKO BWL,0B Ky b TYPHbIX
PacT e, HanpUMep,
cnsa (Prunus domestica).

KoHcTaHTHaa M riopiaHan p opma, NOAHOCTL K0
CXOOHaA ¢ AOMALIHEN CANBOMN NosyYeHa
MPH cCKpelBaHIM
TepHa P.spinosa (21F32)
¢ anbiyoit P.divaricata (2n = 16).

3710 pacrerse imeno, kaku P.domestica, 2n=43
XPOMOCOM.

M.E NoSawee. MNenermika . 1., 1967, cTp. 5135

P.domestica
[cnuea)

TPHNNOWAHOCTL —BO3MOXKHBIN MYTh YBeNHYeHHA YPOKaATHOCTH H NMOJY4eHHA
0eccemMeHHbIX (hopm (Hanp., Bce copTa DaHaHOB).

FannouaHbIi Hadop apoy3a n = 11 XpoMoCoM.
CKpewHBaHHe TeTpannonaHoro (4n = 44) u gunnowadoro (2n = 22) apoy3a agano
Tpunnous (3n = 33) — 6ecceMAHHbIN, KPYTTHONNOAHbIN, YCTOH4YHBBIN K
3a00/1eBaHHAM:

Copr MnonpHocTb Ypoxai Ha eguHHLY Nnowaan
Konuy.nnogos Bec (B kr.)
Cun-Almaro 2n 165 3521
B cun-Amaro 4n 116 155,6
Cun-Amaro (4n) ? 3n 215 596,2
Otome (2n)
Otome 2n 150 2537

ME.Jlobawes. Nenerma. J1., 1967, crp. 650

9.27.YnBoeHHe BCero Y cria Xpomocom B reHome (aBrononunnouaus)
M OXXeT BO3HMKAaThb M3-3a HEpAacCXO0XXOeHMA XPOMOCOM B MHTO3e MNTH melo3e.

(a) Autopolyploidy through mitosis

| Nooxirsunchon o an carly meotx

miTOSIS

[\ V1) - (YRR

Deploid (2m) earty

Scpamnon ofl
, chromatids '

£2

N

l-lr.-u:;nv'ran-.ln o s notedrapiod.

(i

Autotetraplaid

Nondis;umuon
T lina celt dwision!

~

L embryonic cell (da) cell J
(b) Autopoiyploldy through melosis CGametes Zygotes <=
MEIOSIS 1 N (meosis n ) (= )
="\l “/b /l )
— |
= — Non- // 2n l
/\ ‘ , — Replication H\\M ~1diskanction| ™ l —
\ ~|'/ \'l /\l ”I
Diptaid (26) > \d \} = o :

FRY 2rn /I ! Traploid (3,m) A

[N::n:l'.p LT B IS l ; that then huses wathh o
" 9.27 Autopolyploidy can arise through nondisjunction in procluces 3 20 gamete 1 ,':.‘r’vr‘ !-;-.:t e

mitosis or meiosis.




IHoumaonaHbie (POPMbI U3BECTHDI
1 y ;)KUBOTHBIX. llo-Buanmomy,
9BOJIIOIIUS HEKOTOPBIX TPYIII

L= e ——
IIPOCTEUIINX, B YACTHOCTHU
MH()Y30pUN U paIUOJISIpHM, II1J1a

TaKZKC ITYTCM ITOJIUINIONANU3AITHUN.

* Y HEKOTOPBIX MHOTOKJICTOYHEIX
>KUBOTHBIX IOJIMIIJIOUIHEIC (POPMEI
yIaJIOCh CO3JaTh HCKYCCTBEHHO
(TYTOBBIM LIEIKOIPSIT).



I eTeporjioniusa
X B pe3ynbrare HapylieHus Meio3a U MUTO3a

1CJI0 XDOMOCOM MOKET M3MEHATHCA M
HaOoDYy.

* YV denoBeka HapyIICHUES
COAJTaHCHPOBAHHOIO HA0OPAa XPOMOCOM
BJIeUET 3a cCO00M 00JIe3HEHHBIE COCTOSHUS,
M3BECTHBIE 110 OOITMM Ha3BaHUEM
XPOMOCOMHBIX 00JI€3HEI.

X SIBiaeHMe, Korga Kakas-In0o U3 XpOMOCOM,
BMECTO TOTO YTOOBI OBITH TTAPHOMU,
OKa3bIBAETCS B TPOMHOM YHCJIE, ITOJTYUYUIIO

Ha3BaAaHHUC MPUCOMUU.



XpPOMOCOME, TO TAKOM OPraHMU3M Ha3bIBACTCS
TPUCOMMKOM M €TI0 XpOMOCOMHBIM HA0O0P

Ppasen 2n £ L. e =

* TprucoMus MOXKET ObITh 110 JIFOOOM M3
XPOMOCOM M JAX€E 10 HECKOJILKUM. /[BOMHOU
TPUCOMHUK MMEET HA0Op XpOMOCOM 2n + 3.
TPOMHOM - 2n + 3 U T. 1.

* Tpucomukamu SBISIOTCS, HAIPAMED, JTFOAN
¢ cuHapoMoMm /JlayHa.

* TpHCOMHMKH Yalll€ BCETro JIM0O
HEKU3HECIIOCOOHBI, JTMOO OTIINYAIOTCS
IOHM)KEHHOM JKHU3HECIIOCOOHOCTBIO U PSIJIOM
[aTOJIOTMYECKUX ITPU3HAKOB.



CuHgpom [JayHa - TpucomMmuna no xpomocome 21

= T b il | Moaaen A0W,aAa HacTe CNYHAEE CHHL POMa

=0 s 5% it R J— ' JdayHa Bbls EaHa HEPACX0HK, eHMEM NSPbl
: >XPOroCon 21

70 B MSMOS3e ¥ MaTepi

(Mo aHanMsy MMKPOCaTENn NMTOE)
(=] -
Pesxe BCTpeYa0TC 3 CEMEMHBE CNyHaK —

TRARHCNOoOKAaW1a reHa 13 xXp21 Ha apynao
XPOROC Oy

Down syndrome per towsand births
w
a

Sumber of childron aficted with

YacToTa posdaeHMAa geTell C ClHA PORIOR
Jdavyha YyEENMI1BasTCAa C© BOPAcCTOM

MR TERM

oT 120008 20 neTpao 12 8 SO neT.

S0
e 823

(b)

CuHAPOM JayHa BbI3BAH NPUCYTCTEMEM
THeX KOMWA 0JHOM0 M3 TeHOB XPOMOCOMbI 21
MMM BCEH XPOMOCOMEI LIEMHKOM.

BT 2
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-
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CunapoMm /layHa — tpucomus 1o 21-u
Imape XpoMOCOM




> SIBneHue, IPOTUBOIOIOKHOE TPUCOMUM,

T. €. yTpara oJ{HOH XPOMOCOMBI U3 IAPbI
B JUILJIOUIHOM HAO0Ope, HA3bIBAETCHA

MOHOCOMMKOM; €r0 KapuoTHl - 2n - 1.

* IIpu OTCYyTCTBUM JBYX Pa3IUYHBIX
XPOMOCOM OPTaHW3M SIBIISICTCS JIBOMHBIM
MOHOCOMHKOM (2n-2).

> EcJu u3 TUILIOMIHOr0 HAa0opa
BBINIAAI0T 00€ TOMOJIOTHYECKHUE
XPOMOCOMbI, OPraHU3M HA3bIBAETCS
Hyaucomukom. OH, KaK IIPaBUIIO,
HEXKHU3HECIIOCOOCH.



AHOMAJIMHU IOJIOBBIX XPOMOCOM:
| \f “ > Cunapoms! Kiaiingeasrepa (47

* Tpucomusa X, (47,XXX)

> > IllepemeBckoro-Tepuepa (45,
X0)

> AHOMAJIMHM AYTOCOCOM:

> Cungpom Jlayna (47, XX, 21+),
(47, XY, 21+),

> Cunapom Ilaray (47, XX 13+),

(47, XY 13+),
\ x\ > JaBapaca (47, XX 18+), (47,
i XY 18+).




ComMaTnuecKkue U reHepaTuBHbIE
MVTALMHN.

— = — e
* MyTauuy BO3HHUKAKOT B JIFOOBIX

KJICTKAX, IIO3TOMY HUX JCJISAT HA
COMATHUYCCKHUC U I'CHCPATHUBHLBIC.

* 1lpu neneHnn MyTUPOBaBIIEU
COMATHYECKOM KJIETKA HOBBIE
CBOMCTBA IIEPEHAIOTCS €€
IIOTOMKaM. IJTO IIPUMEHSIETCA B
CEJICKIIMH PACTCHUMN.



| ~> [Ipu 1M0JI0BOM pa3sMHOKEHUY IPU3HAKH,
S Y.  TIOIBUBIIHUECS B PE3YIHTATE COMATUUYECKUX
\ ;
| MYyTallii, IOTOMKaM HE HGBGI{&K)TC}I 1 B
= —— = ——
IIPOLIECCE DBOJIIOIIMU HUKAKOM POJIU HE

UTPALOT.

> OaHAKO B HHANBUAYAJIbHOM PAa3BUTHH
OHH MOI'YT BJIMATH HA (PJOPMHUPOBAHME
IPU3HAKA: YeM B 0oJiee paHHed CTaauu
Pa3BUTHSI BOSHUKHET COMATHYECKAs
MYyTAalusi, TeM 00JIblle YYACTOK TKAHM,
HECYIIMM JAaHHYIO MyTamui. Takue ocoou
Ha3bIBAIOTCS MO3aUKAMMU.




Hanpumep, Mo3arKamMu ABJIAIOTCS

JIFOJIM, Y KOTOPBIX 1IBET OAHOIO IJ1a3a
OTJINYAETCA OT IIBETA APYTOTO, WJIN

= s  — ——
YKUBOTHBIE OMPEACICHHON MACTH, Y
KOTOPBIX HA TEJIE MOABJIAIOTCS MATHA

OPYroro IBeETa.

* He uckiroueHo, 4T0 COMaTUUYECKUE
MYyTalll{, BIUSIOIIAEC HA META00IM3M,
ABJIAFOTCSA OJTHOU U3 MPUYUH CTAPECHUA U
3JI0KQUECTBEHHBIX HOBOOOpPA30BaHUI.



> Eciaum MmyTanmusi IPOUCXOAUT B KJIETKAX,
U3 KOTOPbIX PA3BUBAKTCS IraMeThl, UIH
B II0JIOBOM KJIETKE, TO HOBBIN IIPHU3HAK

= —— i ——
IIPOSABUTCS B OJIMKAUWILEM WA

ITOCJICIYIOIIUX MOKOJICHUSX.

* HaOmromeHus mokas3pIBaroT, YTO
MHOTHE MYTall{ BPSIHBI JIJIS
opraHusMa.

* Hapymenue CcyliecTByomero
PABHOBECHS OOBIYHO BEJIET K
CHHKCHUIO KU3HEACATCIILHOCTH UJIH
ru0ean OpraHu3Ma.



MyTanuu, CHUKAKIIHE

*KN3HEeAeATeIbHOCTD,
= e e —

HA3bIBAKOTCH noJityjiema’/ibHbIMU.

> MyTtaiuu, He COBMECTHUMBIE C
’KU3HbIO, HOCAT Ha3BAHUE
Jemanvublx (1arT. letalis —
CMEPTEIIHLHBIN ).

> OJIHAKO HEKOTOpas 4acCTh
MYTaIlMU MOXKET OKa3aThCs
[HOJIE3HOM.



v/ X Takne MmyTanuu ABJISIOTCS

N, MATEPHAJIOM IS
ngorgeccmmoﬁ IBOJIIOLHH, 2

- TAK)KE€ JIJIA CEJIEKIHUU IIEHHBIX
ITOPOJT JOMAIIHUX KUBOTHBIX U
KYJIbTYPHBIX PACTCHUU.

* 1lo-BuauMomy, 4aiie BCEro
«IIOJIE3HBIC» MYTAIlUA B COYETAHUU
C OTOOPOM JIeKAaT B OCHOBE
3BOJIIOLHM.




% MyTamuy JeIaT Ha CIIOHTAHHbIe
> W MHAYUHPOBAHHBIE.

MYTaIiy, BO3HUKIIIHAE IO
BIIMSIHUEM HEU3BECTHBIX
OPUPOJHBIX (PAKTOPOB, YaIEe
BCETO KAaK PE3yJIbTaT OMIMOOK
npu perukanuun JIHK.



CnoHTaHHble MyTaUunUn —
ABNEeHMe OOBOSIbHO peakoe
yactota — 10~6—10~7).

CIIOHTAHHBIHM (CAMOIIPOH3BO.IHHBI)
MYTATEHE3

@L L T p—

:

BHemHHE . ' Bny-['pennne
(3K30reHHEIE) - (3HI0Tr eHHBIE)

XHMHYECKHE
COeJHHEHHSN, CMOHTAHHO
BO3HHKAKIHE
E npouecce odMeHa

BEIIEeCTE l

~OIIIMBKH IMPOINECCOB
PETLTHKAITHH
-y *PEKOMBHHAIIHH JHK

*EcTecTBeHHBIH
pPaaHalHOHHBIH QOH
*BeicoKHEe H HH3KHe

TeMIIepaTyphl

4.




"k Unoyuupoeannvle MyTaliy BHI3BaHbI
~. CIICHHATHHO HAPABICHHBIMH
BO31E€HUCTBUSAMM, ITOBBINIAFOIIUMHU
MYTaIlMOHHBIU IIPOIIECC
(ICKyCCTBEHHO BBI3BAHHBIC MYTAlIUH ).

> Bo3HUKAIOT B pe3yJjbrare 1eUCTBUA
HA KHUBbI€ OPraHU3Mbl MYTAI€HOB -
Pa3HOOOPaA3HBIX (PAKTOPOB, BEAYIIUX K
M3MEHEHMSM I'€HETHYECKOTO
MaTepHalia KIeTOK.



MyTareHsbie (haKTOPHbI:

1. pusnyeckue,
UM |

*3. OnoJIornYecKue
Du3uyeckue MyTareHbl

*1. KopnyckyjasipHoe HOHM3HMPYIOIIee
n3Jy4eHHue.

> Bo3HUKarolye npyu pacnaie paguoHyKInI0B
HEUTPOHBI, IPOTOHBI, ab(pha-4aCTHUIIBI
IIPOHUKAIOT B JKUBYIO KJIIETKY, BHI3bIBAs
XPOMOCOMHBbIE a0eppaluHu.
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PA3JIUYHLIE BUAbI MOHU3UPYIOLLIETO U3NYHEHUSA

Anbda-u3nydeHune nornowaercs (3aaepxmsaercs) naxe nuctom dymarn.
bera-u3anyyenue Ha 50% 33aepXuBaLTCR OAEXA0M.

faMmMa-u3nyyeHme Hanbonee 0NacHo, 3aLUMUTUTL OT HEro MOXEeT TOMLKO
TONCTLIN CNOW MeTanna unu BeroHa.




* 2. HekoprnyckyJasipHoe
(3JIEKTPOMArHUTHOE)

NOHHU3U E: z HOIICC MN3J1 z YCHIUC.

PEHTIEHOBCKHUE JIYYH, FTAaMMa -

Anbda-pacnapg

JIYYM. @ @@ @:@

BosbyuaEHHoE Aapo FamMMa-KeaHT



%l kX PeHTreHOBCKHE JIyUH, TAMMA -

JIYYM BBI3BIBAIOT HOHHM3ALMIO

00pa30BaHUEM CBOOOIHBIX
paaukainoB 02H, OH, koroprie
BTOPUYHO PEAruPyIoT C
monexkynoun JIHK, Hapyimas
CTPYKTYPY IIYPHHOBBIX

OCHOBaHUM U pochoaudhUpHEIC
cBs3u JIHK.

> BBI3BIBAIOT TOUEYHBIE MY TALIHH.



YacToTa MyTauMn NMHEMHO pacTeT
C YBeNM4YeHUEeM 403bl paguoakTuBHoro obnyvyeHma

«besonacHon» Ao3bl oO6nyvyeHna HeT (HeT nopora)

N
(=]

peueccHBHbIe
cuensiedHble ¢
nonoM nerarbHble
MYTaLKHH Y
Apo30 bl

—_ —_
[ N

KonuyectBo MyTauuu, %
(&)

1pan =100 3prir

17000 2000 3000 4000 5000 6000
nosa’ pan ME JloGawen. Mewerusa J1L 1967 orp. 395




- X 3. YiabTpaguoieToBoe
mﬂyqeﬂne (200-400 HM)

OIUMEPOB TUMHHA, YTO
HapyluaeT cTpykrypy AHK u
BbI3bIBAET I'¢eHHbIC MYTALIUM.



Xumuueckue MymazeHuol.
* HaunoOoJiee pacripocTpaHeHHAas!




PA3JIMYHOU CTEIECHU CJIOKHOCTH OT
A30THUCTON KMCJI0THI, KOTOpask OKUCIISAET
XUMHUYECKUX KOMIUIEKCOB - MEeCTUIM/IbI,
repoOMuuabI, AedoaruanTbl. MeXaHN3MBbI HX
OBPEKIAOIICTO JCHCTBUS pa3HOOOPA3HHEL.

* Tak, Hampumep, GopManbACTHI MOXET
«cmuBath» JIHK, PHK, 6enku;
TUAPOKCHUIAMMH COCIU(PUICCKU PEarupyeT C
[IUTO3UHOM, a €r0 ACPUBAThl BMECTO 'yaHHMHA
CBSI3BIBAECT AaJICHUH. XUMHWUYECKUE
MYTarcHbl BBI3BIBAIOT TCHHBIC M
XPOMOCOMHBIC MYTAaI1H.




buonocuueckue MYymaceHbl

LlpeacTaBiICHEl KMBBIMU CTPYKTYDAMHL

BUPYCHI, KUBBIEC BAKIIMHBI, & TAKKE
IIPOAYKTAMH KU3HEIECATEIbHOCTH -
TOKCHHaMHU. CIIOCOOCTBYIOT
BO3HUKHOBEHUIO T€HHBIX, PEXKE -
XPOMOCOMHBIX MYyTaI[HM.

> DaKTOphl, YCUIUBAIOIINE MYTarcHsl,
Ha3bIBAIOTCSI KOMYTATl€HBI,
OCJIA0JISIOIIME MYTareHHBIN dPPEKT -
HeCMYTAareHbl.




/> TlocneaHue coaepKarcs BO MHOTHUX
" IPOAYKTax PaCTUTEIHLHOTO MPOMCXOKICHHUS
- OBOIIIAX U (PPYKTax.

> MyTareHbl yCHJIMBAaIOT HHTEHCHBHOCTh
€CTECTBEHHOI0 MYTUPOBAHUSA B I€CATKH
U COTHH pas.

OO1IMMH CBOMCTBAMHU MYTAar¢HOB SIBJISIFOTCS:

> YHHBEPCAJbHOCTH (BBI3BIBAIOT MYTAaLlMH
Yy BCeX KUBbIX OPraHU3MOB),

> HAIPaBJEHHOCTDb JAeiCTBHUS,

> OTCYTCTBHE HMKHEI0 MOpora
MYTareHHoro 3¢ gexra.



IRBAIRA




