MIHAUBICTDb Y
NIIOAVHMU SIK
BJIACTMBICTb

WUTTA |
reHeTu4yHe

fiBMLLE.




AKTYaNbHICTb TEMM

» OcobnusicTio B1uay Homo sapiens € Haa3BM4YanUHO BENNKUM
Aiana3oH KonmMBaHb MOP@OJIOriYyHMX, @I3i0NorivHmX,
6ioXiMiYHNX, IMYHONOrYHNX Ta iHLLIMX O3HAK i BNACTUBOCTEN
(y TOMY 4ynchi i naTonoriyHmx), o6yMoBeHNX Pi3HUMU
(popMaMn MiHIMBOCTI.

» MIHNMBICTb € MPUYMHOIO iICHYBAHHSA KOHCTUTYLIIMHUX Ta
eKosoriYHMx TMniB i pac ntoaen. OKpiM Toro, NtoanHa
CBOEIO AiSANIbHICTIO | CNOCOO0M XUTTS CYTTEBO BU3HAYAE |
IHOMBIQYaNI3YE €KONOoriyHi YNHHUKK, a BIATaK |
IHAMBIAYaNbHUW NPOSIB 03HAK | BNIACTUBOCTEN, BKHOUYAIOUM
NaTOJIONYHI. 3@ TaKUX YMOB NiKapio Ba)X/IMBO 3HATU
CYTHICTb, GOpPMU, MEXaAHI3MN Ta YNHHUKN MIHSIMBOCTI AN
[iarHOCTUKU, NiKYBaHHS i NPOMiNakTUKMN 3aXBOPIOBaHb.



OCHOBHI NMUTAHHA:

1. MiHNuBICTb
deHOoTUNHa MIHNUBICTb
[eHoTUNHa MIHNUBICTb
KombiHaTMBHaA MiHNUBICTb
MyTauinHa MiHNMBICTb

2. MyTareHes. MyTareHu.

3abpyaHeHHs
cepeaoBuMLia.
> HanpaBneHicTb
MyTauinHOro
npoueccy
» 3. TepaTtoreHHi pakTopu

vvyvyvyy




MIH/IMBICTb — 3paTHICTb )XMBUX OpraHi3MiB HabyBaTH HOBUX O3HaK,
BiAMIHHMX Bif npeakiB i IXHIX CTaHiB y npoueci iHgMBiayasbHOro
PO3BUTKY.

PO3pIi3HAIOTb AeKiJibKa TUNiB MIH/IMBOCTI: o -

CnapgkoBy i HecnagkoBy (MoaudikalinHy abo M IHIN BlCTb
¢peHOTUNHY).

IHauBiayanbHy (BIAMIHHICTb M)XK OKpEMUMHU
ocobuHamm) i rpynoBy (MK rpynamm
0CO6MH, Hanpukaa, pi3HUMU NoNynaALiAMU
AaHoro Buay). FpynoBa MIH/IMBICTDb €
noxigHoMo Bif iIHAUBIAYaAJIbHOI.

AAKICHY i KiJIbKICHY

CnpsiMmoBaHy | HECnpsiMOBaHY.

MIHNUBICTb € NPOTUNIEXKHUM NMPOLIECOM
cnagkoBocCTi. BoHa 3abe3neuye nossBy HOBUX
O3HaK Ta IXHIX CTaHiB, 3aBASAAKN YOMY
YTBOPIOIOTbCS HOBI BUAM i BiabyBa€eTbca
iCTOpnYHMiA po3BUTOK 6iocchepu B Linomy.




CnaakoBa MIH/IMBICTb

» CnaakoBa MIHMUBICTb - MIHIMBICTb, SIKa
XapaKTepPU3YETLCA 3MIHOKO reHOTUNy
BHACMiAOK MyTaLin abo nepekoMbiHaLlii
reHiB nig 4Yac 3IUTTA raMeT, npu
3annigHeHHI Towo. 3MIHU, BUKJTUKAHI
CNaAKOBOIO MIHIUBICTIO, YCNAAKOBYOTbLCA.
CnaakoBa MiHAMBICTb MPUUMAETLCS
CUHTETUYHOIO TEOPIEID eBONIOLII K OCHOBA
npupoaHoro Aobopy. CnagkoBa MiHNIUBICTb
6yBa€e KOMOIHAaTUBHOIO Ta MyTaLiIHOIO.



KoMbiHaTMBHA MIHIUBICTb

» KoMbiHaTUBHA MIHIMBICTb - NOSBAa HOBUX
NOEAHAHb O3HAK BHaCJ'IILI,OK peK0M6|HaLu| reHIB.
[IpnyYnHM KOMBIHATUBHOI MIHIMBOCTI:

» He3anexHe po3xXoaXeHHS XpOMOCOM Mif, Yac MENO3Y;
» Bunagkose Ccrosly4yeHHa XpOMOCOM nif Yac 3arliAHEHHS;
» KpocuHrosep.
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MyTauiHa MiHAUBICTb

MyTauinHa MiHNMBICTb 3YMOBJIIOE 3MiHY CTPYKTYpU
CMaZIkOBMX OIMHWLIb (FEHIB, XPOMOCOM) Ta YCnaAKyBaHHS
LMX 3MIH.

[@HOMHiI (3MiHa KiNbKOCTI XpOMOCOM)
[oninnoigia (3n, 4n TOLLO)
[eTeponnoiaia (n+1, 2n+2 TOWO)
XPOMOCOMHI

Aeneuis - BUNaaaHHa AinsgHKM XpOMOCOMU (BTPayaHHs
NeBHUX CNaaKOBMX BNACTUBOCTEN);

aynnikauig - NogBOEHHA AINAHKM XPOMOCOMM;
IHBEepCia - NOBOPOT AiNAHKM XpoMocomMu Ha 180°;

TPaHCNOKaUis - NepeHeceHHs AiINIAHKN XPOMOCOMM Ha iHLUY
XPOMOCOMY;

reHHi (3a4inaHHA CTPYKTYpU FeHa - MyTOHY - AINIAHKK, WO
CKJIAAAETbCS 3 ABOX HYK/1e0oTUAIB).
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MyTauiHa MiHAUBICTb

MyTauiHa MiHAMBICTb NPUMMAETLCA CUHTETUYHOIO TEOPIEID
eBostoLil Ak cybcTpaT npupogHoro fobopy. 3riaHo 3 Li€to
TEOpIi€lo, eTany NpUpogHoro Aobopy NoAiNAlTLCA Ha TaKi
cTajii:

1) CnoyaTKy 3'aBNAETbCA 0COOMHA 3 HOBUMMU
B1IACTUBOCTAMU (MyTaLisIMKN);

2) lNoTiM BOHa BUABNAETLCA 34aTHOKO ab0 HE3AATHOO
3a/IMLLNTKN HaLLAAKIB;

3) SKLo 0cobuHa 3anunLIaE HaLLRAKIB, TO 3MiHU Y il
reHOTUMI 3aKPinoTbCS.



HecnapkoBa (MoaudikalinHa) MiHAUBICTDb

» MoandikauinHa
MIHJINBICTb - MIHJINBICTb,
LLIO XapaKTepU3yETbCH
3MiHOIO (peHOoTUNy nia
OIEI0 YMOB
HaBKO/TULLHBOIO
cepeaoBuLLla. 3MIHWN Y
6inbLIOCTI BUNAAKIB
HOCATb aAanTUBHUU
XapakTep.




HopmMa peakuil

» MoaudikalivHa MiHNUBICTb 3yMOBNEHA
PeaKLUIE reHOTUMNY Ha HaBKOJTULLIHE
cepenoBuLe - HOpMOKO peakuil.

» - LUMPOKa HOpMa peakuii




HOpMa peakuil

» - BY3bKa HOpMa peakuil
» - OAHO3HA4YHa HOpMa peakuil



Knacudikauis moandikalinHoil MiHIMBOCTI

3a BMNJIMBOM Ha OpraHi3aMm

» MOPMdONOriyHi 3MiHM, BUK/IMKAHI CXOXXUMW Ha MyTaUil
ABULLLIAMN);

» Mopdo3n (MOpdOoriyHi 3MiHK, 3yMOBJIEHI A€l
eKCTpeMasibHUX YMOB HaBKOJIMLIHBbOIO cepefoBuLLa)



Knacudikauis moaudgikalinHoi MiHINBOCTI

3a YacoM

» 36epiratoTbCs nuue y oCobmHmn, sika 3a3Hana 3MiH
BHAC/MIAOK Ail HABKOMULLIHBOIrO CepeaoBuLLa;

» 36epiraloTbCs MPOTAroM ABOX-TPbOX MOKOSIHb

(NAKTO3HUM OMEPOH KULLEYHOI NannNyKKn, perynswis
aKTUBHOCTI 6akTepiodaris).




Knacudikauis moaudikalinHoi MiHAINBOCTI

3a 3HAYEeHHAM
» Mop@o3u
» ApanTauinHi MmogudikaLlii
» PeHokonil
3a XapakKkTepom
» MopdonoriyHi 3MiHU
» 3MiHW 3abapBrieHHS
» 3MIHM rOMeocTasy




NMopiBHANIbHA XapaKTepUCTUKa CNafKoOBOI Ta
HecnaaKkoBOIl MIHJIMBOCTI

BnactuBictb

O0'eKT 3MiH

<Da|<Top BUHUKHEHHA

YcnagkoByBaHHA
O3HaK

3Ha4yeHHsa ansa
OCOOUHU

3HaveHHsa ans suay

Ponb B eBontouil

dopma MIHIINBOCTI

3aKOHOMIpPHICTb

HecnapgkoBa (MmogudikauinHa)

deHoTUN Yy MexXax HOpMU peakuil

3MiHN YMOB HaBKOJTMLWWHbLOIO
cepenosuLla

He ycnagkoByeTbCA (Nuwe Hopma
peaku,ir)

ApanTtauia O YMOB HaBKOSIULLHBbOIO
cepenosuLla, NiaBULLIEHHS
XUTTE3OATHOCTI

Cnpusie BUXKMBAHHIO

ApanTtauiga opraHiamis
[pynoBa

CtaTtuctnyHa (BapiauiviHnmn psa)

CnapkoBa

[eHOTUN

PekombiHaLis reHiB BHACNiaokK
3NUTTHA raMeT, KPOCUHIOBEPY
Ta MmyTauin

YcnagkoBY€ETbLCA TiNbKU B
cTaTteBuX KMiTUHax (rametax)

KopucHi 3MiHM Npu3BoasTb 40
BMXXMBAHHS, LLUKIANMBI - 00
3armnbeni

[Mpn3BoanTL 4O NOSABM HOBUX
nonynauin, BUAiB B pesysbrari
aneepreHuil

MaTepian 4o npupogHoro Biabopy
IHoMBiOyanbHa, KoMbiHOBaHa

3aKoH roMosIorivyHMX psais
CcragKoBOl MIHITUBOCTI



MyTauii

» MyTauii— 3MiHM reHeTU4YHoro MaTepiany (3BMyanHo AHK
abo PHK). MyTauii MOXyTb 6yTN BUKNMUKAHI MOMWUIKaMu
KOMItOBAHHA reHETUYHOro MaTepiany NpoTAarom noainy
KNITUHW, ONPOMIHEHHAM XXOPCTKOKO pajiaui€lo, XiMIYHUMU
peyoBuUHaMn (MyTareHamu), BipycamMm abo MOXYTb
BinbyBaTncs CBIiAOMO NiA KNITUHHMUM KOHTPOJIEM MPOTAroM
TaKMX MpoLEeCiB K, Hanpukiaa, Mmenos abo rinepmyTadisi.




MyTauii
» MyTauii MOXXYTb 6yTK niapo3aineHi Ha reHepaTUBHI
MyTaLil, aKi MOXYTb 6yTW nepeAaHi HallaaKkam, i

coMaTU4HI MyTauil. CoMmaTUYHI MyTauil HE MOXYTb
nepeaaBaTMcAd OO HalLAAKIB.




vVvyyVvyyvyy

Knacudikauis myrtaudiv 3a BNJIMBOM
Ha XXUTTEAIANbHICTD :

KOPWUCHI
HeUTpabHi
NieTasibHi
HaniBseTasbHi
YMOBHO NieTaJibHI




Knacudikauis MyTauiv
3a edeKTOM Ha CTPYKTYpPY

» [locnigosBHicTb AHK reHa moxe 6yTn 3MiHeHa
6e3i4yto Wwnaxis. FeHeTMLlHi MyTaUii MatoTb PI3Hi
edeKTn Ha 340pOB'A 3aNEXHO Bifj TOro, A€ BOHU
BiAOYyBalOTbCS | UM 3MIHIOOTb BOHU c|:>yH|<uuo
BaXKmBux 6inkiB. CTpyKTYpHO, MyTauil MOXYTb ByTH
K/1laCU@iKOBaHi, SK:

» Hesenuki MyTalii, O OXONJIoI0Tb 0AMH abo Aekinbka
HYKNeoTnaiB, 30KpeMa:

» TOuYKOBI MyTauil, 4YaCTO BMKINKaHI XIMIYHUMN
peyoBMHamMn abo nomunkamu npu pennikadii AHK,
NPeACTaBNA0TbL COO0I0 3aMiHy OIHOr0 HyK/IeoTUay
IHLLIMM.




To4ykoBl MyTauil

ToukoBi MyTaUil, sSKi BiAbyBalOTbCS B
MeXxax 06/,1acCTi reHa Lo Koaye 6inku,
MOXYTb 6yTW KnacugikoBaHi Ha Tpu
BUIW, 32/IEXHO Bif TOro, AN Yoro
BUKOPUCTOBYIOTLCS NMOMUJIKOBI
KOLAOHMU:

be3MOBHI MyTalLlil: SKi KOAYHOTb TY X
caMy aMiHOKWUCIOTY.

MicceHc-MyTaLlil: SKi KOAYKOTb IHLLY
AMiHOKUCNOTY.

HoHceHc-MyTaLil: AKi KoaytoTb KOA

3YMNUHKN (CTON-KOAOH) TpaHcnsuil
6inka.




Knacudikauifa 3a acnekroM 3MIiHEeHOro peHoTmny

» MopdonoriyHi MyTaLii 3BM4anUHO BN/IMBAOTb Ha
30BHILWHICTb IHAMBIAYYMaA. MyTauil MOXYTb 3MIHUTU
BMCOTY POC/INHW abo 3MIHUTWU BUrASA, Ti HACiHHS BIA
rnagKkoro oo rpyoéoro.

» bioxiMIYHI MyTaUil NpUBOAATbL A0 MOLKOAXXEHb, L0
3YMUHAIOTb (PEPMEHTHUK LWINSX. YacTo,
MOPMONOriYyHi MyTaHTN — NPAMUN pe3yNbTaT
MyTaLlii 3aBAAKN PEPMEHTHOMY LLNAXY.




MyTauii

» YMOBHa MyTauid — MyTauis, 9Ka Ma€
(beHOoTUN ANKOIro TUNy 3a NeEBHUMMU
NnpUpoAHUMM YMOBAMU | MYTAHTOM (PEHOTUM
3@ NeBHUMU YMOBaAMU. YMOBHI MyTaLil TaKOX
MOXYTb OYTU CMepTenbHUMM.

» [MpnumHmM MyTauin: [Ba knacm MyTauin —
CMOHTaHHI MyTauii (MoNekynsapHun po3naa) |
BUMYLLUEHI MyTaLll, BUKIIMKAHI MyTareHaMu.



Knacugikalis MyTareHiB:
QDi3nyHi XiMiYHI 6ionoriyHi
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TepaToreHm

» TepaToreHu — hakTopu cepeaosuLla, Lo
BUK/IMKAIOTb NPUPOAXKEHI BaaAN PO3BUTKY

» Teparorenes (Bi rpeu. téras, rpei. tératos —
IIOTBOPA 1 IPeIl. genesis — reHes)—
(hopMyBaHHS aHOMaJ1 B pE3yibTaTl OPYIIEHb
IpoleCcy eMOPIOHAIBHOTO PO3BUTKY,
O0OYMOBJICHUX HECHPUITIMBUM BIUIMBOM Pi3HUX
YUHHUKIB.




AJIKOroJibHUU CUHAPOM NMJ1I0QA




» TepaToreHHHa IHTOKCUKauiga nioaa




Knacudikauis
MyTaLiNHOI MiH/IMBOCTI:

» [eHOMHIi MyTayil — 3MiHa
KIJZIbKOCTI XpOMOCOM B
KapioTuni

» Moninnoigia

» * MerioTn4yHa nosinnoigis -
3uroTudHa nosinsoigis

» * MitotudHa nosninnoigis



XpoMOCOMHI abepauil —
3MIHa CTPYKTYPU XPOMOCOM

> " Jenevyis

> * AynaikaLis

» " IHBepcCis
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AHTUMYTareHes

» AHTMMYyTareHes - npouec 3anobiraHHs
3aKpinsieHHs (CTaHOBNEHHSA) MyTauii,
TO6TO NOBEPHEHHS NEPBMHHO
NOLUKOA>KEHOI XPOMOCOMU abo reHu B
NOYaTKOBUW CTaH.

[pUpoaHIiN aHTUMyTareHes:

1) napHa KisIbKiCTb XpOMOCOM

2) nNOBTOPU AESAIKMUX FeHIiB

3) TPUMJIETHICTb reHEeTUYHOro Kkoay 4)
BUPOMKEHICTb FreHETUYHOro Koay 5)
penapauis JHK (cBiTnoBa Ta ekcuu3iinHa)

See Part 2
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» 1) eimamMiHu
2) amiHoKucriomu
3) KumaucbKuU JTUMOHHUK

4) >XeHb-WeHb
5) podiona poxxesa
6) OeHHe c8Iimirio
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