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N3MEeHYNBOCTb



UTo Takoe nameH4YnBOCTb?

* I3MeH4YMBOCTb — 3TO CBOUCTBO XNBbIX
OpraHm3mMoB npmobpeTtaTb HOBbIE
npu3Haku n ceonuctea. [lony4yeHHble
NPU3HaKMU MOTyT ObITb Kak HacnegyemMbsiMu,
TaK U He nepegaBaTbCH NOTOMCTBY.
Mcxona U3 aToro USMeH4YMBOCTb
noapasgenaroT Ha Hacnea4CTBEHHYIO
(reHOTUNNYEeCKYy) N HeHacNeaACTBEHHYIO
(eHOoTUNMNYECKYHO).



HzmerunBOCTH

HenacneacteeHHas
(beHOTMIIIMUECKAA)

HacnencteenHas

(reHoTHUIIMYECKan)

KombunatueHan [Muronnazmarnyueckasn MyraumonHas MoaoudukarimoHHan

T'ennas XpomocoMmHan T'enomuan




HacneaocrBeHHast UBMEH4YNBOCTb
(reHoTUNn4eckas)

K HacneactBeHHON M3MEHYNBOCTU
OTHOCATCHA TakKne N3aMeHeHus Npu3HaKkoB
OpraHM3MoOB, KOTOPbIe OonpeaenstoTcs

reHOTUMNOM U COXPAaHAIOTCA B paay
MOKONEeHnMN.

 MyTauun — HacnegCcTBeHHbIE UBMEHEHUA
reHeTMYeCcKoro martepuana



MyTaunoHHaa N3MeHYNBOCTD.
Knaccungpukauma myrtaumm

1. [lo xapaktepy nposaBneHus:
— ,D,OMI/IHaHTHbIe — JneTalibHble, HeCOBMEeCTNMbIE C ) KU3HbHIO

—  PeueccuBHble — nonyrneTtanbHble, CHMXaKLLne
YXN3HEeCnoCcoOOHOCTb

2. [lo mecTy BO3HMKHOBEHUA:

— B nonoBbix kneTkax — reHepaTUBHbIE, NPOSABMNAITCS B
crnenyroLmMX NOKONEHUsIX

— B knetkax Tena — comatuveckue, nepegarTcs NoToMKam
npu 6ecnonom pasmMmHOXeHUN

3. [lo ypoBHIO BO3HMKHOBEHUA:
— [eHOMHble
—  [eHHble, N1 TOYKoBbIE
—  XpOMOCOMHbIE
[MocnenHne mbl pa3dbepem noagpobHee



[ eHOMHBbIEe MyTaL UK

* [1pnBOOAT K NBMEHEHMIO YMCIa XPOMOCOM

— Monunnongusa — KpaTHoe yBenuyeHne Ymcna
XPOMOCOM.

ABTONMOMObLI coaepXaT OAUH M TOT e Habop XPOMOCOM.
Annonnonabl cogepXart pasHbii HADoOpP XPOMOCOM.

[Tonunnonana npuMmeHnmMa B cenekumm pacTeHun, T.K.
pacTeHUA-NONUNIoONabl UMEKT KPYINHbIE CEMEHA,
KpYMHble U COYHble NNoabl, yny4dlleHHble BKYCOBbIe

kadyecTBa. [Nonunnonansa ansa XMBOTHbIX HE OTHOCUTCS,
Tak Kak HapyLuarTCs NponopLMn OpraHoB.

B ocHOBe nexuT HapyweHne pacxoxageHnda XxpomMmoCoM
Npn gerneHnn KNneTok B raMeToreHe3e (pa3B|/|T|/|e

NMOMNOBbIX KNETOK — ANLIEKIIETOK U CepMaTo301a0B)



Jlorunsoudus — cnocob cumnampunecKozo
6udoobpazobanus

Iloaunaoudus- xpatHoe rarioOn JHOMY
yBEJINUEHUE UUCIIA XPOMOCOM.
[Tonuruionapl, Kak rpaeuiio, doJiee
)KM3HE- U KOHKYPEHTOCIIOCOOHBI U MOTYT
BBITECHSITh POJUTEIIbCKUH BU]L.

B pone XpunaaHtem
BCE BUAObl UMEIOT
Habop XpPOMOCOM
KpaTtHbin  9: 18,

27, 36...90

B pone KapTtodhens
NCXOHbIA Habop
XPOMOCOM KpaTHbIA 12:

24,36




[ eHOMHBbIEe MyTaL UK

— [eTeponnongms — HapyLleHMe COOTHOLLEHUS
OTAENbHLIX XpOMOCOM B Habope. B ocHoBe
NeXUT HENPaBUIbHOE PacxoXaeHne nap
XpOMOCOM. B pesynbsrate nosiBNsitoTCs raMeTh,
HecyLine HENOMNMHOLEHHbIN HAbop, B KOTOPOM
OTAENbHbIE XPOMOCOMbI NTMOO OTCYTCTBYIOT,
nnbo npeacTtaBneHbl B ABOMHOM KONMMYECTBE
(MOHO-, TPU-, NONIUCOMMUS NO OTAESNbHbIM
Xpomocomam). [Npumepsl Ha crieayroLmnx
crnangax



CuHapom [layHa - BpoXXAEeHHOe HapyLleHne pasBuTuS,
NposiBNsoLLeeCcs YMCTBEHHON OTCTAaNOCTbIO, HAPYLUEHNEM
poCTa KOCTEN N ApYruMiu hn3nYeckuMm aHomMainsamu.,

YacToTa poXxaeHus geTten c cuHgpomom [ayHa cocTaBnseT
npumMmepHo oguH Ha 600 - 800 HOBOPOX AEHHbIX.

B nepBbie Npu3sHaku No4en ¢ cuHgpomMmom [layHa onucarn
aHrnuickuii Bpay IxoH LayH (Down) B 1866 ropy.
[Mpu4nHoOW, KoTopas Bhbi3biBaeT cuHApom [layHa, SBASETCH
NNLLHASA XpomMocoMma.

Y nopgei c cuHgpomom layHa B 21-i4 mape NpucyTcTByeT
OOMOoJIHUTEIbHaa XpoMocoMa, TO eCTb UMeeT MecTo Tak

HasblBaeMasa TPUCOMWUSA, MOSTOMY B KJIeTKax opraHusma,
OKasblBaeTcH, no 47 XpomMoCoM.
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Onucan e 1942r.

BbICOKMMW POCT,
XPYMNKOE TENOC/IOXKEHNE, TMMONNA3UA SUYEK,
MmnoTeHUUa u 6ecnnoaune, HabyxaHue
MOJIOYHbIX }KeNes, LUIMPOKMI Tas, nonepeyHas
NafoHHas CKNaZKa, Y B3pOCablX HabatoaaeTcs
OXUPEHME U CKIIOHHOCTb K a/IKOro/In3my,
HEe3HaYMUTE/IbHOE CHUXKEHUE YMCTBEHHOTO
Pa3BUTUS.

- 1:1000 manb4nKoOB

ViyShared



CuHapom TepHepa.

* CuHppowm LlepewieBckoro-TepHepa
(45; X0) Hab/mogaeTcs Y XEeHLLMH.
OH nposaBnseTca B 3aMme/1IeHUn
MOJ/I0OBOro CO3peBaHus,
HeJopa3BUTUM NOJIOBLIX XXesles,
6ecnsoaun.

e JKeHUWMWuHbI C CUHAPOMOM
LLlepelueBckoro-TepHepa nmetoT
MaJsibI POCT, TeNOo
AucrnponopLuuoHasibHo — 6onee
pas3BuTa BEpXHAS YacTb Tena, nsieun
LLUMPOKME, Ta3 Y3KUA — HUXKHUE
KOHEYHOCTU YKOPOYEHDI, LLes
KOpOTKas Co Ck/1agkamu,
"MOHros/lonaHbIN" paspes rnas u psg,
APYryux NpU3HaKos.




[ @HHble NN TOYKOBbIE MyTaunuu

 CBSA3aHbl C U3AMEeHeHunem
nocreanoBaTefibHOCTU HYKITEOTUOOB B
monekyne [JHK.

* MyTaHTHbIV reH cnocobcTByeT
BO3HMKHOBEHUIO HOBbIX arnsenen, ato
MMEET BaKHOE 9BOSTIOLMOHHOE 3Ha4YeHne

* [Ipumepbl: cepnoBUaHO-KNETOYHas
aHeMusi, DEHUNKETOHYPUSA, anbbHN3M,
OanbTOHU3M



XPOMOCOMHbIe MyTaLun

* [lepecTponka XpoMOCOM

* B ocHOBe nexart pa3pbiBbl XpOMOCOM MoA
BNMAHMEM MyTareHHbIX doakToOpOB.



XPOMOCOMHbIE MyTaLUN —
N3MeHeHne mopchonornm
OTAE/IbHbIX XPOMOCOM

INocre TpaHcOXaIHH

HzmereHHas xpoMmocoma 20
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[leneuun — yganeHune y4yacTKkoB

Jlyninkauum — ynBoeHue
y4yacTKOB

TpaHcOKaLUun — NnepemeLleHne
y4yacTKOB

WHBepcuu — nepeBopoT
y4yacTKOB




MyTareHHble pakTopbl NN
MyTareHol

* dusnyeckne — MOHU3NpYytoLee n3nydeHune,
yNeTpadouoneToBkLIe Ny4U, BbICOKUE
Temnepartypbl

* XMMNYECKNE — KONXULIMH, HUTPATHI,
necTuunabl, 3NOKCUAbl, CBUHEL,
yrneesogopoabl, popmanbgerng, opmMarsnuiH,
NPONUIMEHTTINKOMNb, BAHUITUH, KOPEWH,
arkoronb, nekapcTBeHHbIE Npenaparhbl
(cynbaHmnnamuabl, HUTpodypaHhl)

* buonornyeckne: Bupychbl cosgaroT
NOCTOAHHbIN NOTOK YyXepoagHou [1HK B KneTku
XXMBOTHbIX, paCTEHNU N YenoBeKa; TOKCUHDbI,
BblAensdemMble reficMMHTaM1 U NPOCTEULLINMU



KomOunHaTnBHaa N3aMeH4YMBOCTb

« 3aKN4YaeTCcs B NMOABMEHNN B KaXXO0M
NOKOJSIEHNN OT OAHOW POAUTENBCKOW Napbl
pa3HoOObpa3HOro NOTOMCTBA, Y KOTOPOro
HabntogarTCsA HOBbIE MO CPABHEHWUIO C
POOUTENSAMU NPU3HAKU N X COYETAHUA.
BO3HMKHOBEHME HOBbIX COMEeTaHUN TEHOB
(rpynn cuenneHunsi) obecnevynBaeTcs
MEeNo30M M1 ONyIo40TBOPEHNEM



LinTonnasmarnyeckas
M3MEHYNBOCTb

« CBasaHa c JHK mutoxoHapun nnun nnactngos,
pacnonoXeHHbIX B uutonnasme. [Nepenatorcs
Takue MyTaunm no MaTtePUHCKOW NUHNK, TaK Kak
3UroTbl NOMNy4YaeT BCIO LUTOMNA3My U3 SNLIEKIETKM.
I'Ipl/lmepOM MOXET ObITb NECTPONIUCTHOCTb
pacTeHumn, cBA3aHHasa C NAMEHEHUSMMU B
Xroponnacrax oy




MoandounkaymoHHas N3MEeHYNBOCTb
(peHoTUnn4eckas)

« 3T0 cNOoCOBHOCTbL OpraHN3MoB NpuobpeTaTb NPU3HaKK Noa
HenocpeacTBEHHbLIM BO34eNCTBMEM (DAKTOPOB OKpYy KatoLlen cpeabl.
« CBouncTtea mogmndmkaumi:
— WwmeloT rpynnoBoun xapakrep
— He Hacnepytotcs
— COoOTBETCTBYIOT AEUCTBUSAM orpeaerieHHoro daktopbl cpeab!
— I'Ipeuenbl NM3MEHYNBOCTU O6yCJ'IaBJ'Il/IBaeTCFI M3MEHYNBOCTbIO TeHoTuna.
Hopma peakunmn — npegensl MoagnduKkaunoHHON NU3MEHUYMNBOCTMN.
Hanpumep, pa3mepbl IMCTLEB AepeBa OOQHOMO U TOro Xe Buaa MoryT

BApbUpPOBaThb B OrnpeaesieHHbIX rpaHnuax B 3aaBUCUMOCTU OT peXMa
OCBPI 1HHauluNM/TIA
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Puc. 27. Crpeaoanct obuikHoBenunii, pactynmii 8 soje (1) u na Gepery (2)
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3agaHunda EINO

PaccmoTpute cxemy. 3anuwinte B OTBETE
NponyLeHHbIN TepMUH ODO3HAYEHHbLIN Ha

cXemMe 3HakKOM BOIpOCa.

My TareHs
Puszpyeckue l Buonoruyeckue
PazHele BHOBI H3VYEHHA, [ — XHUMHYECKHe —>
TeMneparypa

XHMHYEeCKHe BelllecTea




3agaHunda EINO

PaccmMmoTpute pUCYHOK C npuMepamu
XPOMOCOMHbIX MyTauun. [loag undpon 3 Ha
HEM 0D0O3Ha4YeHa XpoOMOCOMHas
nepecTpouka ... (3anuwmnTte B OTBETE
TEPMUH)
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3agaHunda EINO

PaccmoTtpute npeanoXeHHyto CXemy
Knaccudukaumm  BUAOB  U3MEHYMBOCTW.
3anuwmnte B OTBETE NPOMYLLEHHbIN TEPMUH,
0003HaYeHHbIN HA cXxemMe 3HaKOM BOMpoca.

HacaencTeeHHas

2

H3MeHIHBOCTE MyTanHoOHHEaA -~ 'eHoMHax

\ \4 [enHasn

HenacneacreenHas \

\ A [ XpomocoMHaA

MoaudHKaTHOHHA




OTBeTbl HA 3a0aHUS

* 1)BUpYChbI
* 2)aynnukaung
* 3)koMOMHaATUBHAA



