eHOTUNMYecKas
N3IMEHYUBOCTD.
O Knacc




U3ydyeHune HOBOIro Marepuaia.

1.I1lousiTHE 00 TEeHOTHYECCKOH N3MEHUYNBOCTMH.
2. Buabl reHonu4ecko N3MEHYHUBOCTH

3.HaCJIeIlCTB€HHaH N3IMCHYUBOCTD

OCHOBHBbIE IOHATHS TEMBDI.

Fenomunuuecmm, KOMﬁuHamlIBH(l}l, MymauuoHHAA,
MymauluoOHHAA, H(lCJleocm8€HHaﬂ, H(lCJleocmBBHH(l}l,

MymaceHbl




3. HACJIIEACTBEHHAA USMEHUYNBOCTD

HN3mMeHuYnBOCTDH OpPpranuimos, OﬁyCJIOBJ'IeHHaH NU3IMECHCHHUAMHU

B FeHETHYECKOM MaTepuaJjie, Ha3bIBAIOT
HACJIEACTBEHHOH

Paszianuaror

KOMBHUHATUBHYIO MYTAINMOHHYIO



KoMOMHaTHBHAA U3BMEHUYNBOCTD.

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

ANrn6PUAHOE CKPELYMWBAHWNE MOPCKUX CBUHOK
P

)

Ckpewjuearue u xo0 pacwennenus (9:3:3:1) deyx
nopod MOPCKUX CEUHOK, PasnuYyarouwuxcsi no deym
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.



IIpuMep KOMOMHATHBHOM M3MEHYUBOCTH - HOBOE
COYCTAHNE NCHOB B I€HOTHIIE




MyTanuoHHAasA MU3MEHYHUBOCTh.

b
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




Ipumepvr nacnedcmeennol usmeHyuU8OCmMu

HapyweHune
nUrmMeHTauum rnasay
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Benas npsab Bonoc y YyenoBeKka( MOXeT ObITb U reHepaTMBHOU MyTauuen- goTto
= cnpaBa)




MyTranmuoHHasi U3MEHYNBOCTb.

MyTanuu- «Mm3MeHEHHNE»- peAKue, BHE3alHbIe, CJIYYanHO
BO3ZHHUKIIME, CKAYKO000pa3HbIe, CTOUKHE U3MEHEHUSA
HACJICACTBEHHOI0 MaTepuaja(reHOTUIIA- XPOMOCOM H
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
TP,
= f’ XKy
Py N 2
/f ,/
CUHAPOM
[layHa
W3MEHEHME OKPACKM LepPCTH y .
. o "3—.
KUBOTHbBIX q\ i/
i
nnodb! ApYrom I
OKpaCcKu y , s
\, i :: i - -
HaCICHKN [ NeCTPONUCTHOCTD ¥
acTeHun
CepnoBUAHO-KNETOYHAA 2n 2n P
aHeMUA noaMnaoNauA y
pacTeHuiA

PaKoBble KNETKU
y YenoBeka |




IIprYuHBI MyTalIAH

1. cnoHTaHHbIe ownbku npu pennukaumm OHK n
TpaHckpunumu PHK B KneTkax, HapyLleHMe pacxoxaeHus
XPOMOCOM NMPU KNeTo4YHOM AeneHunu

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




Knaccudumkauma mytaumm no xapakrepa U3aMeHeHuUs
reHoTuna

FEHHbIE(TouykoBbIe) XPOMOCOMHBIE

KauyecTBeHHbIe NnepecTpPonku
oTAenbHbIX I'eHOBf)CBﬂgaHHbIe (o gzg(l\allHEePH CV)mB ?(L%y“:l(gg%ﬂ;l_

usaMmeHeHnsimm B cTpyktype [1HK), T.e "
U3MeHeHUsl nocrneaoBaTenbLHOCTU XPOMOCOMHbIe NepecTPONKH(

HYKNeoTUAOB BHYTPU reHa. abeppauus)

B pe3ynbraTe reHHbIX MyTauumn XpOMOCOMHbIE MyTaLumn

NPOUCXOAAT UBMEHEHUS B
E,EIMHMLlelX HYKNEOTUOAX AHK, 3aTparmBarOT HECKOJ1IbLKO reHoB )
NO3TOMYy Takue MyTauum nHade UXx MOXXHO HabnoaaTb B CBETOBOMU

Ha3biBaloT TOYKOBbDIE. MUKPOCKOnN, T.K. UIBMEHAETCSHA
Takue MmyTauum npmMBoaAT

oOpa3oBaHUIO aHOMANbLHOrO reHa,
crnepoBaTenibHO aHOMasribHOMU
CTPYKTYpPbI 6€erKa, U Bbi3bIBaeT

TEHOMHbIE-

KorimnyeCrBeHHOEe UsMeHeHnsA 4Ynclria XxpomMmocomMm B
KIleTKe

OHu FIBHFII-OTCFI pesyanaTOM HapymeHm'-l BEpETeHa

bWy EWEIFVFEIFESG FVWW I Wi W W 1IN FILBRMSGWEsRVFE B IR BIW 'AMALL‘_L_ —




T’EHHBIE MYTALIUU

1) ATO pe3ynbraTt «oWnoKn» npu pennukauum QHK

2)Jo6aBneHune, BbinageHne ogHOro Hykrneotuaga---caBur
CYMTbIBaHUA reHeTU4YecKoro koga---nameHeHme BCEU CTPYKTYPblI

FEHA----usmeHeHne BCEU CTPYKTYPbI BENKA----NTIPU3HAKA

3)Bcnepcrteue reHHon myTtauum Bo3HukaroT HOBbBIE AJIJIEJIU
TEHOB, yTOo MMeeT 3HaYeHMe ANA NOABMEHNA HOBOIo NpPU3HaKa y
OpraHu3moB

CepI'IOBVI,D.HOKﬂeTO‘-IHaSI aHeEMWA.

2DTO HacneancTBeHHas remosinmTmnHeckas aHeMmus, obycnopsieHHas
KadecTBeHHbIM HapyLweHUnsSMMN cuHTe3a uenem remorsaobuHa.
SputpounThl BonbHBIX ¢ CKA cogepxaTt remorsiobunH S (HbS),
OTJ/ZINHaAUWMNNACA MO aN1eKTpohopeTUYECKON NOABUIXKHOCTU U
Ka4YecTBeHHOMY CcOCTaBRy OT remorsiobuHa 3g0poBoro 4enoeeka. lpu
CKAB6 -1nno3snumm B - uennm remorsiobumHa rnytamMmmHoBas KucsioTta
3amMeHeHa Ha BaJiInH.

4 : 2 3 4 BE > 8
/ ‘ i HbA: Ban=Iuc=/lei~Tpe~lpo~Tay=ny=/iuna...
/ ) HbS : Ban~Iuc~Jlei~Tpe~lpo~Ban-Mny~Jlna...




NMPAMEPbLI TEHHbIX MYTALUWU SABOJIEBAHUN YEJIOBEKA

eomeesessn f - (GXeMa HACNEZ0BAHHA reMochim

oTtey 6oneH matb 3gopoBa oTewl 3A0POB MaTb HOCK-
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300poBan HOCHTENBHNLIA 3AOPOBLIA

OeHUNKETOHYpUS

Hacnenosanve rewos npeactosnser
coBo¥ caysaiHbii npouecc
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BONBHOM PEBEHOK  HOGMTETMTEHA®KY  3OPOBLIA
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EETE'T IR E 5 % ’
A0Yb HOCUTESb CbiH 300p0OB CbIH OoneH [0Y4b HOCUTESb
(100%) (100%) (50%) (50%)



XPOMOCOMHBbIE MYTALIUWA

1) 3To XOPOMOCOMHbIE NEPECTPOUKMW-----MeHsi10T
CTPYKTYPY, PASMEPbI XPOMOCOM!!!!

2)AEJIELLILAA- noTepsa yyacTKa XpOMOCOMbI B pe3ynbraTte
OTpPbIBa €€ YaCcTu; NpPU 3TOM COXPaHAETCH eé
LeHTpomepa, ogHako TEPAETCAH yacTb reHoB

3)AYTITMKALINA- yaBoeHMe reHOB B onpeaerieHHOM
ydyacTke XpomMmocombl, npu kotopom OIUH yyacTok
xpomocombl npeactasneH BOJIEE OOHOI'O pa3za

4) TPAHCJIOKALLIUA- MeXXpOMOCOMHbLIE NepecTPoOnKU,
CBfi3aHHbIe C NepeHOCOM YacTu reHOB Ha Apyryto
HeroMmonorm4Hyro XpoMmocomy, pe3yfbTaToM ABJisieTCA
U3MEeHeHue rpynnbl cuenrfieHnd reHoB

5) AIHBEPCUSA- noBOpoOT yyacTka XpoOMOCOMbI Ha 180
rpagycoB; Npu 3TOM MeHAEeTCS nocriefoBaTenbHOCTb
cuenrieHus reHoB




CXEMA XPOMOCOMHbBIX MYTALIUM .

ABCD EI VHBEPCUS IAIB EDC

[ToBopoT Ha 180

ABCDE teancnokaws A BECD

o o e B |

N3MeHeHne MeCTONOI0XKEeHUA reHa

ABCDE pewn  ABCD :\6;

———— BbinageHue reHa W
ABCDE mowmeuws ABCDEE

YABOeHUe reHa

MYT&LIMM NMPOABJZIAKOTCA B HOBbIX CBOMCTBAX OpraHu3sma. Hanpume
NnaToN1Iornax




XPOMOCOMHbIE MYTALUUWU npuBoanT K
n3MeHeHnaAM (pyHKUMOHNPOBAHUA reHa, BcrieacTeue
yero BO3HUKAKT NaTosfiormyeckue HapyLieHus B

CHHOPOM «KOIIAUYbero KpHKa»

Hpumma y'rpa'ra cbparmen'ra 5-n xpomocomm

M ylxaube KOLIKH, YTO CBA3AHO C HapylueHHeM
rOPTAHH H rOJIOCOBBIX CBA30K. ¥ MCTBEHHOE H
(pusHuecKkoe HeJopasBHTHE.
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Prc. 5.18. PeGeHoK C BLIpaXEHHbIMU NPH- " 19 20 21 22
IHAKAMK CHHAPOMA KOLLAYLEero KpMKa. Muk-




TEHOMHBIE MYTALIUWA

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

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

nonunnounaguA

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

NMonunnounaHblie chopmbl
Oonee XN3HecnocooOHbIe U
naofoBUTDI

NMonunnougusa xapakrepHa
AN pacTteHuu




Hoaumionausa

CXEMA OBPA3OBAHMUA TPUNMNJIOWAHOIO OPTrAHU3MA

3n

TPURpouaHbtH
OpraunzM




JlunsionaHoe pacrenue

(2n)
I ekcomionHoOe pacreHue

¥ (6n)
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ape NPUBOIUT K
BO3HMKHOBEHHIO CHHIPOMA
JlayHa (KapHuOTHII
IpeacTaBiicH -47
XpPOMOCOMaMH )




