JIEKUIA 4

I'eHH1 MmyTaiii.



3aJsie>xHoO Bifg 3MiH reHoTuUry:

a)reHHi abo ToukoBi MmyTauil — 3MIiHM
cTpYKTYpu JHK B MeXxaX reHa;

6) xpoMOCOMHI MyTauii, abo XpOMOCOMHI
nepebynoBsn — NOopyLeHHA CTPYKTYpPM
XpPOMOCOM;

B) reHOMHI MyTauli—BMUNaaKoBi 3MiHU
KiZIbKOCTI OKpeMux XpomMocom abo
KiJIbKOCTI XpOMOCOMHMUX HAbopiB.

3 HaBeaeHux knacudikauin Haurnmbiuie
reHeTMyHe NiarpyHTa Mae

Knacundikauis O 3aCHOBaHa Ha
XapaKTepi 3MIiH Y reHOoTuUII.







reHHl (TOUYKoOBI) MyTaull

Lle 3MIHA CTPYKTYPU MOJIEKYn
reHeTnuyHol AHK a6o PHK Ha
BY3bKil AiNsAHLiI OAHOro reHa.



Taki MyTauili BUHUKAOTb BHACNIAOK
3MIHU OKpEeMUX HyKJieoTuaiB y
NOJIIHYKTEOTUAHOMY NIaHL oIy, a
camMme:

- NMepecTaHOBKM,
- BunagiHHA,

- BCTaBK#H

- 3aMiHMm,

- MOABOEHHS
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[To XapakTepy 3MIH reHHI MyTauil NoAINATb Ha:

1.TpaH3uuil — 3aMiHa oAHOI NypMHOBOI OCHOBMU
Ha IHLLYy nypuHoBYy, abo rnipuMignHOBY — Ha
IHWY nNIpUMIANHOBY B MeXaX OOAHOIMo | TOro X
NONIHYKNEOTUAHOIro JIaHLUra Moslekynu

A -G T—C

2.TpaHcBepcCil — 3aMiHa B NONIHYK1E€0TUAHOMY
NnaHulry nypmHoBOIl OCHOBU Ha NipUMIANHOBY
UM HaBMaAKWU

AT, GocCTAC; G T



3. IHcepuil ( BCTaBKK) ogHOro abo AekinbKox
3aBUX HYKINEeOoTUAIB;

4. Oeneuii (BunagiHHsA) ogHoro abo
OEKINbKOX HYKNeoTUAIB;

5. [NepecTaHOBKMU CYyCIOHIX HYKIneoTunaiB



AKLLO cMUCIoBe 3HauYeHHS
KOAOHA He 3MIHIETbCA |
CTPYKTYPHi 3MiHU bifika He
BNJiMBalOTb HA PEHOTUM, TO
TaKl MyTaull BBaXaloTb
HEATPANTbHUMMW



MiceHc —myTauil nNpu3BoAATb OO0 3MIHU
3MICTY BignoBsigHoro TpunneTa (KkogoHa).

3aMiHa oHOro HykneoTmnaa Ha IHLWNN
CYNPOBOOXYETLCA aMIHOKUCIIOTHOHO
3aMIHOO B NMONiNnenTMaHoOMy naHLory.



HoHceHC — myTauil BUHUKAOTb TOAl, KONK
3amMiHa ogHOro HykneoTuay B KOAOHI
NnepeTBOPOE LEN KOOOH B OOWH I3
HeKo4y4nx TPUNSETIB (CTOM- KOAOH)

KoOoHu, Kl 3HaxoOAaTbCA NICns CTOn-
KOOOHY, HEe TPAHCIMOKTLCA, | CUHTES
nepepmBacTbCs. Y TBOPIOETLCA PparMeHT
BINKy, AKMM HE Ma€E BacTUBOCTEWU TOIO
Binky, WO CMHTE3yBaBCH


https://ru.wikipedia.org/wiki/%D0%91%D0%B5%D0%BB%D0%BA%D0%B8

IHCepuil (BCTaBkn) Ta geneuil
(BUNagiHHA)
MoXXyTb NpU3BECTU 0 3CYBY pPaMKU

34MTYyBaHH4A, BHACNIOOK 4Oro
3MIHIOETBCA 3MICT YCIX KOOOHIB



PpenmMmunpT MyTauil — ue myTaduil 3i
3CYBOM paMKU 34MTYBaAHHA, AKI NOB'A3aHI 3
BCTaBKOK Y1 BUMAOIHHAM OEKINTbKOX

HYKNeoTuaiB, B AKUX KINbKICTb Nap He
OINUTLCA Ha TPMW.

MyTaulil 31 3cCyBOM paMKn 34UTYBAHH4A
CKNnagarTb 3Ha4YHY YacTUHY BCIX
CNOHTAHHUX MYTaLLIV




dynnikauyia — T1n TOYKOBOI MyTaLil, npu
AKIN NogBoOOETLCSA byab ska ainsgHka JHK

EkcnaHcia TPMHYKNeOTUAHUX NOBTOPIB -
pi3Ke 30iNbLUEHHSA Yncna Koniun
noBTOptOBaHMX AiNaHOK monekynu OHK
(moBTOpPW). BNepLUe BUABNEHNN NP
MONEKYNAPHO-reHETUYHOMY
gocnigxeHH cuHgpomy MapTiHa-benn.
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[[@HHI MyTauil Npn3BoAATb A0 3MIH
NOCNiAOBHOCTI aMiHOKMCAOT abo iX
cCKnaay B noainentTuaHuxX naHutorax
6inKiB | 4O BUHUKHEHHS BIOXIMIYHUX,

PI310JTIONYHUX Ta MOPMOJIOTIYHUX

3MiH (MyTaLin).

[[eHHi MyTauil MatoTb HaunbinbLie

3Ha4YeHHS B eBOJIOLUIMHOMY NpoLeci i
BBa>XatoTbCS HaA3BMYANHO LLiIKaBUMMU

ana cenekull.




CepnoBH/JIHO — KJIITHUHHA aHeMIsA
CAC GTG GAC TGA GGA CTC CTC “

GTG CAC OCTG ACT CCT GG GAG

GTG CAC CTG ACT CCT G

CAC GTG GAC TGA GGA clc cTC w \\,\




Ceprono11I0HOKIIITHHHA aHEMIS € PE3yIbTaTOM TOYKOBOI

MyTallli B-Janirora reMoriio01Hy, 3aMiHeHa Juiie A Ha
T.

Y pe3ynbTaTti MyTallli yTBOPHOETHCS aHOMaJIbHUI
TreMOIJI001H S, CXMIBHUMI 10 IOJIIMEpU3aIlli 3
I01aJbIIOK AS(OpPMALIED EPUTPOLIUTIB, IIPU LIBOMY
BOHM HAOYyBalOTh BUTJISAY CEpIla UM ITIBMICSIIA.

3aXBOPHOBAHHSA YCHAJAKOBYETHCS aBTOCOMHO-PELECUBHO.
Y reTepo3uroT no reny CepIono10HOKIITHHHOL
aHEMI11 CHMIOTOMH IIPOSIBIISIIOTHCS P1AKO, TOMY 11O
HOpMaJIbHUM reMOTJI001H A mepeBakae Hall
r€MOTJIOOTHOM S.



ToukoB1 MyTaIli CTaHOBJISTH
[IEPECBAXKHY OLIBIIICTD YC1X MYyTAaIlli.

3a XapaKTepOM BHUSBIICHHS OyBaIOTh
NOMIHAHTHHMM Ta PELCCHUBHUMU.



3HaYeHHS rTeHHUX MYyTaliu

I'eHHa MyTallis MOXKE IIPUBECTHU JI0 TOTO, 1110 B IEBHOMY JIOKYCl BUSBUTHCS KLJIbKa
anenei. Ile 301IblIye SIK TeTEpO3UTOTHICT JJaHO1 TMOMYJIALli, TaK 1 i reHO(OoH/, 1
BE€JIC /10 MOCUJICHHS BHYTPHUIIOMYNAIINHOI MIHIUBOCTI.

[leperacyBaHHs T€HIB SIK pe3ybTaT KPOCUHTOBEPY, HE3AJIC)KHOTO PO3IOLLY,
BUMAKOBOTO 3aIlTITHCHHS 1 MyTalliil MOXeE MIIBUIIATH O€3MepepBHY MIHJIUBICT,
ajie il eBOMIOI1iHA POJIb YaCTO BUSBIISIETHCS TUMYACOBOIO, TaK SIK BUHUKAIOTh
P 1IbOMY 3MIHH MOXKYTh IIBUJIKO 3TIAJUTHCHh BHACIIIOK «YCEPEIHECHHS.




['eHH1 MyTallii MOXKYTh 30UIBIINTH JUCKPETHY MIHJIMBICTD, 110 HA/IA€ HA
MOMYJISIIIF0 TIMOIINIA BILJIUB.

b1IbIIICTh TEHHUX MyTaIlld PEIECUBHI.
byny4un perieCuBHUMH, MYTaHTHI ajI€Id MOXKYTh 3aJIMIIATACS B TOMYJISI]
IPOTATOM Oararhb0X MOKOJI1Hb, IOKH IM HE BJACTHCS 3YCTPITUCS, BUSIBUTUCS B

TOMO3WUTOTHOMY CTaH1 1 HPOSIBUTUCS Yy (DEHOTHIII.

Yac B17 4acy MOKYTh BHUHHUKATH 1 JOMIHAHTHI MyTaHTHI aJi€Jl, K1 IIBUAJIKO
JIal0Th (PEHOTUIOBHUM €(EKT.




Ay mauyis
[eHHi Mymauu

Benuka yacmuHa 2eHHUX Mymauit npu3eodumab
0o cuHme3sy degpekmHozo b6inka, sikull He 30amHuu
@UKOHYy8amu ceoi OyHKUIL.

Hatyacmiwe makumu 3axeopro8aHHsIMU €:
- adpeHo-2eHimanbHuUl CUHOPOM;
- mionamis [oweHa-bekkepa,
- MyKoguCcyudos,;
- 2eMOXpPOoMamoas;
- beHiNIKkemoHypis;
- Heupoghibpomamoas.

306HIiWHBLO Ui xeopobu He NPosIeNAOMEC
nuwe 8 o6bMiHi pe4yoeuH — Mmemaboni3mi.







KiNbKICTb FOMOSOTNYHUX XPOMOCOM, IX
PO3MIPU | opraHisauis, NopaaoK
po3TallyBaHHA B HUX reHIB cniBnagaroTb Y
PI3HUX COMATUYHUX KNITUH Y PIZHUX
npeacTaBHMKIB OOHOIo BUAY.

B1BYEHHAM XPOMOCOM I IX 3MIH 3aMMa€ETbCH
PO34iN1 TEHETUKN — LUTOreHeTuKa.

Kapiotnn — Habip xpomocoMm, cneundivHnn
ONA KOXXHOro BUAy opraHi3miB;
XapaKkTepu3yeTbCsA NEBHOK KINMbKICTHO
XPOMOCOM Ta 0COOSMBICTIO IXHBbOI OyaooBMN.
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3MIHW KINTbKOCTI, PO3MIpPY |
opraHi3atil XpoOMOCOM Ha3nBaloTb
XPOMOCOMHUMU MymauisiMmu,
XPOMOCOMHUMU rnepebydosamu
abo abepauisimu.



