| Ty

R

IpaxTukym 3 IUTOTEHETHKH S«
Aexkiria Ne 6

Tema: MyTarii

IIaaH:
1. MyTrauii
2. MyrareHu K (paKTOpU BUHUKHEHHS MyTallii
3. Bugu myramit
4. Myranii Ta epeKT IIOAOKEHHS

1. MyTanii

Mymauyis - crilfika 3MiHa I'eHETUYHOTO Marepiasy. JIBUIIIE SKe
BUKAMKAE MyTallii Mae Ha3By MyTallifiHoro mpoilecy. BoHu
IIPUBOAATHL [0 BUHUKHEHHd HOBHUX aseAed, 1o PopMy€e YMOBU OAS
dPEHOTHUIIOBOIO Pi3HOMAHITTH AIOAWHHU.

Mymauyis - 11e nIpupoAHe SIBUIIE IO 3aKPIillA€HO 1000pOoM.
Taka 3gaTHICTE 00yMOBAEHA CTPYKTYPOIO T€EHETHUYHOI0 Marepiasy Ta
DaraToeTarHIiCTIO OCHOBHHMX 0OioaoriuHux mpoilleciB. Hapasi BueHi
BBaXKAIOTh, III0 KOXKHA AIOJMHA OTPHMYE Bim CBOiX OarbKiB 2-3
HOBHUX MyTallii. Po3pi3HIIOTE CNOHMAaHHI Ta iHOYKOeaHi MyTarlil.
CnormaHHi (NpupoOHi) mymauii BUHUKAIOTL 0e3 BCTAHOBAEHOIO
JOJaTKOBOTO  BIIAMBY Ha  OpraHi3M  30BHIIIHIX  YHUHHUKIB.
IndyxoeaHuii. mymazeHe3 BUHHKAE IIPU CIPIMOBAHOMY BIIAUBI
30BHIINIHIX a00 BHYTPINTHIX YMHHUKIB. Taki YMHHUKU MalOTh Ha3BY —
MymazeHuU.

MyrarenHuii edpekT Oyap-9KOTrO BIIAUBY BUBYAIOTh Ha OCHOBI
EKCIIEPUMEHTAaABHUX [JOCADKEHb Ha TBapuHax. lIpore orpumani
TaKUM YUHOM pPe3yAbTaTU He 3aBXK/AM MOKHAa ITOBHICTIO IIE€PEHOCUTU
Ha AIOUHY.

2. MyTareHH K (aKTOpH BHHHKHEHHSI MyTallil

Pospisusaiors @pisuuHi, XimiuHi Ta 6i0oN02iuHi MyTareHHi
YUHHUKU (MymazeHU).

o ¢isuuHux mymazeHie BiTHOCATH: iOHI3ylO4e Tramma
BUITPOMiHEHHs, pPa/iOaKTUBHE, Aa3e€pHe, yAbTpadioseToBe Ta
PEHTIE€H BUIIPOMiHEHHSI, 3aHAATO BHCOKAa YU HHU3bKa TeMIIEparypH,
MEXaHIYHUM BIIAUB, 1, HaBiTh, 3BYKOBi XBHAI.

o ximiuHux mymazeHie HareXKaTb: CUABHI OKHMCHUKHU Ta
BiMIHOBHUKH, HITpaTH, NECTULMAY, HPOAYKTH IepepobKu HadTH,
TIOTIOHOBiI BHUpPOOM, 0OaraTo Xap4yoBHX OONATKIB, AlKapChKi 3acobwu,
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OpraHiyHi  PO3YMHHUKH. KETHAeMIHOBI cCHoAyKu Ta  edipu

METUACYABPOHOBUX KHCAOT MaloTh HaMOIABIIIMH MyTareHHUU e(peKT.

3MiHHM CHaAKOBUX CTPYKTYP TaKOX MOXYTb OyTH BUKAUKaHI

KHCAOTaMHU, COIHPTaMHU, COAIMH, ITUKAITYHUMH CIIOAYKaMHU, BasKKUMU

MeTasaMH. XIMI4HI MyTareHHu MOXKYTh IIOPYIIIyBaTH IIOMIA KAITHH, a
TaKOXK BUKAUKATH 3MIHY T'€HIB.

BionoziuHumu mymazeHamu € [edKi Bipycm Ta Oakrepii,
IIPOAYKTH OOMiHy Ta aHTUIeHU OesdKNX OakTepii Ta Iapa3uTib.
MyTareHHi BAQCTHUBOCTI TaKOXK MAalOTh [AeIKi BaKIMHH, CHPOBAaTKU
Ta TOPMOHH.

Ex302eHHi MmymazeHu — 1€ 4YHMHHUKA HaBKOAHWIIHHOTI'O
CEPENOBHINA, II0 BUKAMKAIOTH 3MIHM y CIaAKOBUX CTPyKTypax.
EK30r€eHH1I YMHHHUKA [IPHU3BOAATHL [0 BHHUKHEHHI IHIyYKOBaHUX
myTailii. KoxkHa AloguHa IIPOTArOM KUTTS IMiAana€e I BIIAUB
TaKUX YHUHHHUKIB, a TOMYy IiX [OCAII?KEHHS Ta po3pobKa MeTOoiB
3axXHCTy Ta MPOTHAOIl € ¥ (POoKyci iHTepeciB O6araThboX MiXKHAPOIHHUX
opraHisaiiti: BcecBitHa opranizailia 30epexxkeHHs1 3a0poB’st (BO3),
MixxHapogHa KOMicid IO 3axXUCTy Binm pamiamii, HaykoBuii komiTer
o aii aromHoi pagiaiii OOH Ta iHmi.

[TpUYMHOI0 BUHUKHEHHS €HOO02EHHUX Mmymauill € OKpemi
0COOAMBOCTI ocobmHU AtomuHM, ii ¢yHKIioHyBaHHa. OmHuM 3
€HIOTeHHUX YMHHUKIB MyTalliii € Bik AroauHU. llle 3maBHa BimoMmo,
1[0 YUM CTapliia MaTu TUM OiAbllle PHU3UK HAPOKEHHS XBOPOI
OUTUHA YU [OUTHUHU 3 [aTOAOTiIMU. Pe3yapTaTu OOCAIIKEHD
IIoKa3aAd III0 KOXKHAa S AUTHUHA HapomLKeHa Mmarip’to Bikom 40 Ta
cTaplille Ma€ XPOMOCOMHY IIaTOAOTIO.

3. Buau myrauina

Po3pi3HSI0THE TPU OCHOBHI TUIIU MyTallili: 2eHHi, XPOMOCOMHI
Ta 2eHOMHI.

I'enHi mymauyii — 11e MOAEKyAdIpPHI MyTallil, SKi He MOXAHBO
1o0aYuTH y CBITAOBUM MiKpocKor, 1ie 3MiHu [JHK gki mpu3BoasTh
OO0 TIOIBH HOBUX aaeAaert 1mporo TreHy. [lpum conagkoBuxX
3aXBOPIOBaAHHAX MyTallii MOXYTb OyTH dYepe3 3aMmiHy, BTpary,
IIOABOEHHA OOHOIO 4YM MOEKIABKOX HyKaeoTuAiB. [Ipn mpomy MoxKe
3MIHIOBaATUCh HE AMIIIE CTPYKTypa €K30HIB, as€ M IMOPYIIyBaTUCH
poboTa PeryaaTopHoi MIATHKU abo Miclle BUpi3aHHd iHTPOHY. [HoAI
3MiHa KOJOHIB IPU3BOAUTH A0 IEPEAIACHOL IIOIBU CTOMI-KOMIOHY.

FenHi myTaltii mo pisHOMY BimoOpazkaroThca y dpeHoTurri. [leska
ix yacTuHa He BIIAUBa€ Ha (PYHKIIIOHAABHY 3JaTHICTh OiAKIB i Taki
MyTallii BigHOCATE A0 HeUTpasbHUX. 3 iHIIIOro OOKy OmMH i TOH
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caMHuM T'eH 4acTo Mae€ KiAbKa Pi3HUX BapiaHTiB MyTailiyi. IHoni, He
3BaKAOYU Ha 3MiHY HYKACOTHIHOI ITOCAIZOBHOCTI, aMiHOKHUCAOTHHMI
craan 6iAKy He 3MiHIOETHCH Yepe3 BUPOIXKEHICTh T€eHETUYHOTI0 KOMIY .

[H11i MyTallii BUKAMKAIOTh CUHTE3 NedpeKTHOTO 0iAKYy, SKUH He
30aTHUM BHUKOHYBaTH CBOIO (OYHKILiIO, 3MiHIOIOTb KIiABKICTh
BignoBimHux MPHK Ta 0iaKy, popMyBaHHSA HOBOTO 0iAKYy 3 iHIIIMMUY,
4aCTO NMaTOT€EHHUMU BAACTUBOCTSIMU.

l'emHi wMyTamii 10 BHHUKAIOTh Yy AIOOWMHH II€PBHHHO
pPEeECTPYIOThCS MOBOAI pimko (1 x 105-1019), 060 y KaiTHHaxX
YHKIIIOHy€E CHUCTeMa penapailii 3a gormomoroio depMeHTaTUBHOI
CHUCTEMU.

XpomocomHi mymauii - CTPYKTYPHI 3MIiHH OKpPEMHUX
XpoMOCOM. XPOMOCOMHI MyTallli TOPKAaIOTbCSI Bifl AECATH A0 COTHI
xXpomocoM. [Ipu 11boMy MoxKe BiZOYTHCH 30iAbIlIeHHST ab0 3MeHIITeHHS
KIABKOCTi criaKoBoTo Marepiasy. BincyTHicTs abo HaOAHUIIIOK OyOb-
arux mingHok J[IHK 3a3Bu4yaii BasKKO BimOMBaeTbcd Ha CTadi
300pOBsl AroAMHHU. Taki myrallii MaroTh Ha3By He30araHCOBaHUX.
3MmiHa CTPYKTYPH XPOMOCOM MOXKe CYIIPOBO/KYBAaTHUCh
TIEePEMIIIIEHHIM Ta HE3BHYaHUM ITIOEMHAHHSIM MJIATHOK abo ITIAMX
XpoMocoM. B pe3yarTari BUHUKAIOTh HOBi I'pyIH 34enaseHHd. [TomaibHi
MyTallii MOXKyTh HE BUKAMKATH I1aTOAOTIYHUX 3MiH (PEHOTHUILy, 1 TOMl
BOHM € 30araHCOBaHMMHU. XPOMOCOMHiI MyTallil 3yCTpidaroThCs
YacTille HIXK T'eHHi.

Po3pi3H4g10Th HOeKiAbKa BapiaHTiB XPOMOCOMHUX MyTallii, ase
HalJyacTillmMHu €: oeneuii (Brpara YaCTUHU OIHI€l XPOMOCOMEH),
iHeepcii (moBopor Ha 180 Oymb-9KOi MIAMHKH XPOMOCOM),
mpaHcnokauii (IepeHoC YacTHHH XPOMOCOMH, dYacTille Ha
HETOMOAOTIYHY  XPOMOCOMH), Oymiikauist  ([I0OJBOEHHS 49U
IIOMHOXKEHHS YaCTUHU XPOMOCOMHU).

I'eHOMHI mMymayil — 11e CTPYKTYPHI 3MiHH OKPEMUX XPOMOCOM
abo MAOIMHOCTI KAITMHM IIPpU HE3MIHHIHA CTPYKTYypPi XPOMOCOMHM.
OCHOBHHM MEXaHI3MOM € HEPO3XO/MKEHHS XPOMOCOM IIifi dYac
KAITUHHOTIO IIOMIAy IPH YTBOPEHHI raMer. Y pPe3yAbTaTli BUHHKAE
mapa raMeT B OJHIM 3 SIKMUX ABi KOIIii OJHI€l XpOMOCOMH, HATOMICTD Y
IHINIM 1d XpoMocoMa BizacyTHsa. [eHoMHI wMyTallii 3aBXau
He30anaHcoBaHi. BecranoBaeHo 1o 60iag 20% BHIIAQOKIB T€HOMHHX
MyTallii 0OyMOBA€EHI IIOPYIIIEHHSIM CIIEpMaTOreHe3y.

I'enepamueHni mymauii 11e 3MiHU CIIaAKOBOTO MaTepiasy y
CTaTeBUX KAITHMHAX, sKi Bia0yBaioThbcd y TIIepiogyd OBOTeHE3y Ta
criepMmaroreHesy npu pernaikarii /ITHK Ta po3xomKkeHHI XpOMOCOM ITif
yac mpoiecy metiody. B 1mboMy BUMNAAKy yTBOPIOIOTHCS OOHA YU
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JEKIABKa  aHOMaAbHUX TrameT. B momaapllioMy — MOXKAUBE
yCIlagKyBaHHS Li€i MyTallli y HU31[l IIOKOAIHb.

ComamuuHi mymauyii 11¢ 3MiHM CIIQAKOBOIO MaTepiaay y
COMaTUYHUX KAITMHaxXx. Taka MyTallid TI[Iepenaerbcd TIABKH
HalllagKaM MyTaHTHOI KAITHHM IIASIXOM MiTo3y. B pesyasrari y
OpraHi3Mi AIOOWMHH BHHUKAIOTh KAITHHHI IIONyAdIlii 3 PpI3HUM
reHoOMOM. YIKIII0 MyTallisl BiZOyBa€eTbCs Ha PaHHIX eTarax ApoOAeHHS
3UTOTH TO (QOPMYETHCH MO3aAiyuU3mM. Mozailusm 1e  J0BOAi
PO3IOBCIOI2KEHE ABUIIIE.

4, MyTallii Ta edpeKT NMOAOKEHHSA

[Ipm pgocaimkeHHI wMyTalii y apo3odian BUIBAEHO, IO
XPOMOCOMHIi abepallii CylIpoBO/LKYIOTECHA JOCUTH YiTKHM BIIAMBOM Ha
Oymb-sIKi O3HaAKM opra”iaMmy. Yacro BimOyBaeTbcd 3MiHA, sKa ¥y
FOMO3UTOTHOMY CTaHi BHU3HA4a€ HEKUTTE3AATHICTE OPraHisMy Ha
PaHHIX eTanax Horo po3BUTKY: IHBEPCIii, TPaHCAOKALii 1 IpaKTUIHO
BCci Hecradi. Aae i y TeTepo3UroTHOMY CTaHi XPOMOCOMHI abepartii
1IHOIlI BUKAMKAIOTH 3HIDKEHHS XKUTTE3AAQTHOCTL Ta IIAOII0YOoCTi. € BCi
[IiZIcTaBU BBaXKaTH IIOAIOHI XapaKTepUCTUKH, IIOB'd3aHi 3
XPOMOCOMHUMU abepalliiMi, Pe3yAbTaTOM e(PEKTYy ITOAOKEHHS.

Biabiricte HecTa4 Ta AyHAiKallii y apo3odisd BiAPI3HAIOTHCH
YITKUM CHENU(PMHUM AOMIHAHTHUM IIPOSBOM, 9KUU IIO3HAYAETHCI
Ha 3MiHI THX 4Yd IHIIUX O3HaK. lIpu 1bOMy XapaKTepHHUHI
OACHOTPONMHUM TIpodB Takux wMmytamniti. Tak, pedaki Hecradi
BHUPaXKaloThCd HE TIABKH Yy 3MiHI IIIETUHOK, a ¥ y 3MIHI PO3MipiB Tiaa,
TIOBEPXHI 1 po3MipiB odelt, 6yI0BU KpHA, TTaoA0d0CcTi. O4eBUIHO, i 11l
PEHOTHUIIOBI ITPOSIBM XPOMOCOMHUX abepalliif IliAKOM MOXKHa
BBaxKaTU PE3yAbBTATOM €(PEKTY ITOAOKEHHS.

TakuMm 4YMHOM, JAaHHI T€HETHKHU Ta LIMTOT€HETHKU CBiAYaTh IIPO
T€, II0 XPOMOCOMH TIPEACTaBASIOTH CO00I0 TIEBHUM YHHOM
OpraHi30BaHi TE€HHI KOMIIAEKCH, Yy MeXaxX dKHUX 1 30IMCHIOETHCH
pobora reuiB. I[lopylleHHsT B opraHizairii ITMX KOMIIAEKCIB ITpU
XPOMOCOMHUX IlepebyoBax 4acTo IMPU3BOAATE 10 3MiH B eKcIpecii
reHiB. Lle yacTo criocrepiraerbcd y apo3odiau IIpu nepedyoBax, aKi
3a4ilIaloTb OAHOYACHO €yXPOMAaTHHOBI Ta TIe€TepOXpoOMaTHHOBI
MIATHKY, aae MoaibHi 3MiHM CYIIPOBO/KYIOTHCA i abepallisiMu, sSKi
3a4ilIaloTh TIABKH €yXPOMAaTHUHOBI JIASHKHU.

Myrartii, 3HayHa YacTHHaA SKUX I[IPEACTaBAsI€  CODOIO
XpPOMOCOMHi mepeOynoBH, MalOyTh, MOXKYTb IIOTPAIIAIATH IMif
KOHTPOAb IIPUPOAHOTO BimbOpy HAaBITH y TE€TE€PO3UTOTHOMY CTaHi



IIpakTukym 3 IHTOTEHETHKH
caMe BHAaCAILOK €(eKTY ITOACKEHHS — HE3BUYAMWHOI0O IIPOSIBy T'€HIB,
HalbAMKYe OTOUEHHS SKHUX 3MIiHUAOCH.

Takum dYMHOM, Ha MOOAATOK A0 Ti€l pPoOAl, SIKy XPOMOCOMHI
r1epe0yI0BU BilirpatoTh y IPOIIECI €BOAIOIIl N'eHOMIB, 3a0e3T1euyIouHn
30aradyeHHs T€eHEeTHYHOro MaTepiasy, CTBOPEHHS HOBHUX I'eHIiB, 3MiHa
Yy PO3IMOMdiAl TEHIB Yy MeKax XPOMOCOMH 1 MDK XpPOMOCOMaMH, BOHU Yy
DaraTboX BUIIAIKAX XapaKTEPU3YIOTHCH I ¥ CIIeru@iaHOI0 3MiHOIO
TUX YU IHIINX 0O3HAK OPraHi3My B HACAIZIOK €PEKTY TTOAOKEHHS.



