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| My TalLlis]

1 CrioBo myTaLllisi noxoauTb BiA
naTnHcbkoro mutatio - 3amiHa.

1 TepMiHOM MyTaLlis Ha3nBalOTb
BUHEKHEHHI NPNPOAHO abo BUKMMKAHI LWUTYYHO, 3MiHU
CnagKoBUX BNacTUBOCTEWU OpraHiaMmy B pes3ynbsrarTi
nepebynoB i NopyLleHb B reHETUYHOMY MaTtepiani
opraHiamy - XxpomMocomax I reHax.

1 MyTauir oynu BigkpuTti ge ®pizom B 1900 p.,
crnocTepiratouun 3a MmiHnueicTio eHoTepu (Oenothera).




0 MyTauil MOXyTb BigbyBaTUCS 9K B
OpraHi3mi foOnHN Tak | TBAPUHM.
MyTauil, wo BigdyBatoTbCs B OpraHi3mi
NIOANHW | TBAPUHU MOXYTb OYyTK
CXOXXMMM 30BHI | 3 PISBHUMU NMPUYNHAMMU
BUHUKHEHHS.

Po3rnaHemMo NpocTun Npuknaa:




KaHagcbKi cdiHKCK
3'aBuacsa Bnepiue

B KaHaal B 1960-1 poku B
pes3ynbrati MyTauil 3BU4anHol
Kilwkn. KaHaacbKi BYEHI
CTBEPOXYIOTb, LLO MyTaLida
BiaOyraca B pesysnbrarTi
BUMAOKOBOI MyTaLil reHa aKkumn
BiAMNoBigae 3a PICT BOMOCAHOIO
NOKpUBY, B

[OHK npocTol KilKu.




AMeEpPUKaHCbKI OoCnIaHUKA
BUSABUNU, WO MPUYNHOKO
«ONTa40l cTapocTi» abo nporepil
XartyiHcoHa-l indopaa € nuie
oauHo4yHa myTauis. INpuynHoto xBopoodu
€ TOYKOBa MyTaLif - NpU LbOMY B
monekyni [JHK amiHeHun nuwe oanH
HykneoTtua. XBopoba He € cnagKoBOIO

| BUHMKA€E 3aHOBO Y KOXXHOro XBOPOroO.




Y deox po3ansiHymux eunadkax
308HIiWHIi 0O3HaKu 6yrnu dyxe cxO0Xi ane
MPUYUHU i Hacs1iOKU 308CiM Pi3Hi ...
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‘H My TareHwu

0 MyTareHn - pe4oBUHW, SKi MOXYTb BUKNMKATK
MyTauil.

0 3a NOXOKEHHSIM MyTareHn MoXHa po3ainuTin Hy
EH0reHHi, Lo YTBOPOKOTLCSA B NPOLIECI
XKUTTEIANBHOCTI OpraHi3My, | ek30reHHi - BCi IHLL
doakTopu, B TOMY YMCHi | YyMOBM HABKOMULLHBLOIO
cepenoBuLLa.

0 Bigomi myTtareHu 3-x BUAIB:

iznyHi (peHTreHiBCcbKi U raMma rnpPoMeHi,

ynbTpadionetTose BUNPOMIHIOBAHHS, TUCK,

eneKkTpomMarHiTHe BUNPOMIHIOBAHHS | T.A4. )

2. XiMIYHI (UMTOCTaATUKN, PEHONN, CANPTU, CONI
BaXXKMUX MeTaniB TOLLO);

3. OionorivHi (Bipycu i bakTepil).
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Ml Buawu MY TaLl

0 [1o npuYunHI :

1. CrnoHTaHHI - Npn4nHa
He3po3ymMmina

w2 o=

334 PiBHEM

[ €HHI - 3MiHM B MeXXax OOHOro reHa
XPOMOCOMHI - 3MiHM Dy0BM XPOMOCOM
[[€HOMHI - 3MIHWN KINbKOCTI XpOMOCOM

2. lHaykoBaHI - BUKNUKaHI
MyTareHamu

0 3a MicueM BUHUKHEHHS :

1. [aMeTn4Hi - myTauil
B CTATeBO KIITIHAX

2. ComaTtuyHi myTauii - myTauii
B HecTaTteBux (COMaTUYHNX)
KIITUHaX

1 3a 3Ha4YeHHaM

1. TlaToreHHi - npnu3BoAATb OO0
3arnberni embpioHa (abo nnoay)

2. HewnTpanbHi myTauil - 3a3Buyam He
BMNSMBAKOTb HA XUTTEOIANbHICTb
opraHiamy

3. Cnpuatnusi myTauil - NiaBULLYIOTb
XUTTE3LATHICTb OpraHiamy
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I @HHI MYy Talll

1 ['eHHi myTauil (adbo To4YKoBI) — HaMBINbLI NOLMPEHNI KNnac
MYyTaUiMHUX 3MiH. [eHHI MyTauil noB'a3aHi 31 3MIHOKO
NoCnigoBHOCTI HykneoTuaie B monekyni AHK.

1 BoHn npusBogsTb OO0 TOro, Wo MyTaHTHUI reH abo
nepecTtae npauoBaTu | ToOl He YTBOPHOKTLCS BIANOBIAHI
PHK i Binok, abo cnMHTe3yeTbCs BINIoK 3 3MIHEHUMMU
BNaCTUBOCTSAMMU, LLIO MPOABMAETLCS Y 3MiHI Oyab-AKMX 03HaK
opraHi3miB.

0 Lli 3MiHM OKpeMuX reHiB 4YacTo NPU3BOAsATb 40 BaXXKUX
OereHepaTuBHMX 3axXBOPHOBaHb, 30KpeMa, YNCITEHHUX
XBOPOO OOMiHY peqoBUH




BUuou reHHUX MyTaulu

3a XapakTepoMm 3MiH Yy cKrnagi reHa

O [ynnikauil - NOBTOPEHHS 0 BcTaBku - nosiBa 3anBol
OINAHKU reHa napu Hykneotuais
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O Heneuil - BunagaHHAa HyKNeoTuais, 3aMiHa
HYKNeoTnaHnx nap

0 IHBepcil - nepeBOpoT AiNnsHkM reHa Ha 180 rpaaycis




BMMuB reHHuxX MyTaui

1 [eHHI myTauil, WO CTaHOBNATbL OCHOBHY
YaCTKY BCIX MyTauiX, BUKNTUKAKOTb
Hag3BMYaMHO PIBHOMAHITHI 3MIHM O3HaK
OpraHiamy, NnpMyomMy 3MiHa OQHOro reHa
3a3Bmyan NpuU3BoANUTb OO0 3MIHU
OEKINbKOX O3HaK. Y pesynbraTti MyTauiv
reH MoXXe NepexoauTn B Pi3HI CTaHU, No-
PIBHOMY BMMMBAOTb HA KOHTPOSIbOBAHI
OAHUM Fr€eHOM O3HaKW OpraHiamy.




[ IpYYMHN FeHHUX MyTaLlu

[ bBinbwicTb reHeETUYHUX 3MIH , TaK YU IHaKLLe, NOB'A3aHI 3
nepexogom NAMHN Ha OCINMKA CNoCiD XUTTS | novaTKy
IHTEHCMBHOI CiNlbCbKOrocnogapcbkol AianbHOCTI. B
pe3ynkTaTi Pi3Ko 3pocTae onip enigeMivyHux XxBopob , Ak
CBOro yacy sbusanu uini Hapoaw.

O [pyra npyudnHa KpUETbCA B KONlocarbHOMY 3pOCTaHHI
nonynauil niognHy ak snay. Weunakum ctpubok smycus
noagen MirpyeaTtu B noLlykax anstepHaTUBHUX MiCLb
NPOXWUBAHHA , AKI , NPUPOAHO , KNIMAaTUYHO BIAPI3HANUCA
Bi 3BMYHMX YMOB. Bce ue npussoguno Ao HeobXxigHOCTI
LUBMAOKOI aganTauil Ta reHHoI mogudikauil .




LUax BIOKPUTTSH

0 [1pynynHM reHHOT MyTaLil BYEHI WYyKalTh LUIAX0M aHaniay
OHK, B3aTux y ntogen no BCboMy CBiTYy. BueHi 3pobunu
BUCHOBKM LLOAO NOYaTKy | WBUAOKOCTI FEHHUX 3MiH. Y
pe3ynbsraTi BUABMIIOCA, WO 32 OCTaHHI O TUC. POKIB FEHHI
mMoandikauil Bigdbysanucsa 3i wueuakictio B 100 pasis, Wo
nepeBuLLYyE NONepeaHi eTann eBONOLIT NTIOOANHN.

O HacKinbkn LWWBMOKO MM €BOMOLIOHYEMO B AaHUU Yac, | [K
bynemo 3MmiHoBaTUCA Hagarni Hesigomo. Bignosiob
MOXHa Oyae gaTtun He MeHLe Hix Yyepes3 1000 pokis.




| lpyknaowv

O [Npuknagom MoXxe CnyXuTtm MmyTauisa, pepMeHTIB.
[Tpn3BoAnUTbL OO0 NOABU CEPNOBUAHOKITITUHHINA aHeMI -
CnagKoBOro 3axBOPOBaHHSA, AK NpaBuio, NPUBOAUTL
OiTen Ta NianiTkie 4o cMepTi. Y UbOMYy BMNagKy B
eputTpouuTax 3amiCTb HoOpMarbHOro remorrnoodiHy A
MICTUTbLCS aHOMalbHUN reMOrmnobiH S.
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Valine — Histidine — Leucine —

BanuH CepnoBnaHoO-KNeToYyHas aHemMuns
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| Clamebkl bnvsHoku

0 3ycTpivaroTbCs 4OCUTb piako - brnn3bko 10 BMNagKiB Ha
OAUH MinbroH nonorie. CiaMcbkKi 6rIM3HIOKA
3'9BNAITbCA 3 OOHIET 3annigHEeHOol ANUEKNiTUHU, TODTO
€ ogHosINLEBNUMU DNn3HATaMK. INpuynHa 3apomKeHHS
ogHoANLEBUX BNMU3HIOKIB HEBIAOMA. TPUBAnICTb XUTTS
ciaMcbkux 6rn3HIoKiB pisHa. [pn BpomKeHnx
3aXBOPIOBAHHAX TaKuUX SK cudoinic BOHa CTaHOBUTb 2-3
TvxKHI. CiaMCbKi ONM3HIOKKM BEe3 BPOIKEHUX
3axXBOPOBaHb MOXYTb NPOXWUTU OOCUTb OOBro Ang
CBOIo 3axBOpPHOBaHHS
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AXPOMOCOMHI MyTalLl

1 XpomMmocoMHI myTauil - ue nepedynosa
XpomocoMm. [logBa XpOMOCOMHMX MyTaLl
3aBXgu noe'd3aHe 3 BUHUKHEHHAM OBOX
abo binbLe
PO3PMBIB XPOMOCOM 3 HACTYMHUM IX
3'eQHaHHAM, arne B HenpaBuUIIbHOMY
nopsaaky.

1 XPOMOCOMHI MyTauil npn3BoadaTb 40
3MIHN (PYHKLIOHYBAHHSA reHiB. BOHU
TaKOX rparTb CEPMO3HY POSib B
€BOMNOLUINHUX NEePETBOPEHHSX BMAIB.
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CxeMaTH4YecKoe H300pakeHIie Jeeri
A, HOpMAJBLHAA XPOMOCOMa
B. jeleTHpoBaHHAA XpOMOCOMA

[eneuia - BTpata 4YaCTUHM XPOMOCOMHOIo Mmartepiany
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1 HHEE EeMaAd
RYTUHUHPY € ME 0 i PTHRY
YHACTOK XPOMOCOMEI HacTh ZPOMOCOMBI

A

b

CxeMaTHYecKo0e H00paKeH e QYLK CXxXemMaTuyeckKoe moﬁpamex-me HHBEepCHH

A. HOpMaILEHaA XpoOMOCOMa A. HOpMaJIbHasA XpoMOCoOMa
B. qyruap 0BaHHAA XpoMocoma b. HMHBepTHpOBaHHAA XpOMOCOMa

Hynnikauis - NOOBOEHHA  |ueepcisi - 3MiHU YepryBaHHs reHiB B XpOMOCOMi 3a
iJ'IFIHKl/l XDOMOCOMMW pPaxyHOK MOBOPOTY AiNAHKM Xpomocomu Ha 180 °




Xpomocoma 20 xpomocoma 20

III”H |H —y TpaHcaoLHpoBaHHAA
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TpancaoipoBaHHaA
Xpomocoma 4

B
Xpomocoma 4

Cxemarudeckoe molpakeHe TPAaHCIOKALIM XPOMOCOM
A. HOpPMAJILHEIE XPOMOCOMBI
B. TpaHCIOLMP OBAHHLIE XPOMOCOMBI

TpaHcnokauis - obMiH AingaHKaMy XpoOMOCOM
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“ [TpUYMHU XPpOMOCOMHMX MY TaL|IN

1 [onoBHa nNpMynHa XPOMOCOMHUX MyTaLIu - Le
BMNIMB (PAKTOPIB HABKOJTNLLHLOIO cepeaoBuLLa
(MyTareHiB), O BMKNUKaOTb IHOYKOBaHI MyTaLlil.

1 TakKoXX XPOMOCOMHI NepebynoBu MOXYTb OyTH
CMOHTaHHUMU, SKI BUHMKAKOTb NPU HOpMarbHUX
XUTTEBUX YMOBaXx. Ane BOHU BKpaun piako
BigoyBatoTbca B npupoai: 1-100 Ha 1 mnH
NPUMIPHUKIB KOHKPETHOro reHa. CnoHTaHHUM
npouec 3anexuTb Big BHYTPILHIX | Bi4 30BHILLHIX
doakTopiB (MyTaUiNHI TUCK cepeanoBuLLa).
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11 Camum gobpe BUBYEHUM
3axBOpPHOBAHHAM, 0OyMOBNEHUM
aeneuien, € CMHAPOM KOTAYOro
KpUKy. [na XBOpUX XxapakTepHUn
PS4 BIAXUNEHb BI4 HOPMW:
NopYyLLEHHA PYHKLIN cepLeBo-
CYOWHHOI, TPaBHOI CUCTEM, Z
HeOOPO3BUHEHHS ropTaHi (3 «
XapaKTePHUM KPUKOM, LLIO Haragye
KOTSYe HABKAHHSA), 3arasnbHe
BiACTaBaHHA PO3BUTKY, pO3yMOBa
Bigctanicte. CuHapom
3ycTpivaeTbca y 1 :
HoBOHapoaxeHoro 3 50000. ‘ < s
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il renonmm: MY TalLl

0 ['eHOMHMMK Ha3MBaKTb MyTallil,
LLIO NPMBOAATL A0 3MiHM YMcna
XpOMOCOM. Y noanHU BiAOMI
nonunnonaus (y Tomy dYucni
TeTpannonausa i Tpunnoigis)
| aHeynnoigis.

0 [Moninnoiagia - 36inbLeHHa Ynucna
HabopiB XPOMOCOM, KpaTHe ransioigHoOMy
(3n, 4n, 5niT.4.).

O AHeynnoigig — 3MiHeHHS! (3MEHLLEHHS - MOHOCOMMUS,

30iNbLIEHHS - TPMCOMIS1) Yncia XPOMOCOM B AMMNIOIAHNI
Habip, TOOTO He KpaTHy ransiongHomy (2n +1, 2n-1iT1.4.)




| IpuKnaou

0 CuHgpowm HayHa - Kapiotun
npeacrasneHnn 4/ xpomocomamm
3aMICTb HOpMasnbHUX 46, OCKINbKK
XpOMOCOMU 21-11 napun 3aMICTb
HOpManbHMX OBOX, NPpeacTaBreHi
TpbOMa Koniamm.

1 XBopoba nposiBNSETLCA B Pi3KOMY
CcrnaboyMmcCTBi, CKOLLEHOMY pPO3pi3i o4en,
NOTBOPHIN CTaTypl, Bagax PO3BUTKY
BHYTPILWHIX opraHiB. [1pn BKOPOYEHHI
OAHIEl XpOMOCcoMM 21-01 Napu MOXe
PO3BUHYTUCA BaXKKe 3aXBOPIOBaAHHA KPOBI
- BinokpiB'a (3NOAKICHUI MICNONENKOo3).




Do Llenaieacsior- lephena

0 CwuHpgpowm LLepelwiescbkoro-TepHepa - ue
NOPYLLUEHHS PO3BUTKY CTaTEBUX 3a503 BMKIMKaHe
aHomanieto ctateBux xpomocom. Lien cuHapom
3yCTPI4aETLCA 3 YACTOTO O[IHA Ha TPU TUCAYI
HapomkeHux aisyatok. [ig Yac noaginy crateBux
KNITUH GaTbKiB NOPYLLYETLCA PO30IKHICTL CTATEBUX
XPOMOCOM B pe3yrbkTaTi Yoro 3aMiCTb HoOpMarnbHOI
KINbKOCTI X-pOMOCOM (@ B HOpPMi Yy XiHKM 1X OBI),
3apoaoK OTPUMYE TiNbKM ogHYy X-XpomMocomy. Habip
XPOMOCOM BUXOOUTb HEMOBHUM.

Y antuHm 3 cuHgpomom LLlepelueBcbkoro-TepHepa
BUHMKAE NepBUHHE HEOOPO3BMHEHHS CTaTEBMX
opraHiB. Bxxe npn HapodXXeHHi AiBYMHKM BUSIBNSAOTb
NOTOBLUEHHSI LLKIDHUX CKNadoK Ha NOTWUMULI, TUNOBUN
HabpsiK KUCTEWN pyK i cton. HacTo anTnHa
HapPO4KYETbCA ManeHbKUM, 3 HU3bKOK Macoto Tina.
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[eHHI Ta XpPOMOCOMHI MyTaUil , & TakoXX reHOMHI - B3aEMOMOB'A3aHi MiX
coboto0. [eHHI MyTaUil XapaKTepusyroTbCs 3MiHaMn B Oy0Bi reHiB , 3 SKUX
CKagalTbCs XPOMOCOMM.

MyTauito BBaXKatoTb XPOMOCOMHOI , SIKLLO BiabyBatoTbCA 3MiHM B Oyao0Bi . A
reHOMHI MyTauil XapakTepuayoTbCA 3MIHOKO KifTIbKOCTI XpOMOCOM.

Y cBoto Hepry [EHOMHI | XpOMOCOMHI !\_/Iy_'_l'aLl,II MakoTb 3aralribHy KJ'IaCI/ICbIKaLI,II-O

B pO3I'IOD,IJ'II Ha aHeynnom,u I FIOJ'IIHJ'IOI,D,II PO6epTCOHOBCKOI/I TpaHCJ'IOKaLI,IFI €
nepemeom Bif, XpOMOCOMHOI MyTaLI,II 00 reHOMHOI .

Lli ABa Tmnu myTaui 06'eQHYI0Tb TaKUM NMOHATTAM i HANPAMKOM Y MEANLVHI
SIK « XPOMOCOMHI aHomaril » , o BKNYae B cebe:

XPOMOCOMHI XBOpoOu (Hanpuknag , xsopoba [ayHa) ;
BHYTPILWHBLOYTPODOHY naTtosnorito ( BUKWOHI , CNOHTaHHI abopTu) ;
comaTuyHy narorsorito ( npoMeHeBa XBOpoba Nenkosn ) .

B aaHum vac sigomo gecb 1000 xpoMoCcoMHMX aHOManin. Bei Li XpOMOCOMHI MyTauil
NIOONHN BUBYEHI 1 ONUCaHi. 3 HUX Yy BUrMNA4I cMHapoMmiB onucaHi 6nmssko 300 dhopm .
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‘H bIOMOMYHE 3HaUSHHA MyTaLn

0 Cnig nigkpecnutu , WO MyTaLI,II - e NPUPOAHUN XNTTEBUN npouec, Tomy
DionoriyHe 3Ha4YeHHs X pI3HOMaHITHe Hacalvlnepeu MyTaLI,II BMSMBAtOTb Ha
esortouito . Came nocTinHa HasiBHICTb MyTaLin Mano BUpillanbHe 3Ha4YeHHS
ONs eBOSOLINHOIO PO3BUTKY BMAIB . Y MIHNMBUX YMOBaX HaBKOSTULLHLOIO
cepenoBuLLlia BUHMKHEHHA MyTaLil , WO gana rnovaTtok opraHiamam , Kpatue
NpPMCTOCOBaHNM A0 AaHMX YMOB , Oyfio ogHO4YacHO KPOKOM Brnepesa.

0 B eBonouinHOMY po3BUTKY , OCKINbKKU BiribLL NPMCTOCOBAHI OpraHiaMmu
noYnHanu Hesabapom nepeBaxaTu Had MEHLU NPUCTOCOBAHUMMU ,
BUTICHAOYN 1X. JIEerko MmoxkHa yaBuUTK cobi , K NPOTAroM MifnbsipaiB pPokiB
XUTTSA Ha 3eMni Taknm YMHOM doopMmyBanucs Bce BinbLl AOCKOHan
OpraHiaMn axk 4o CyHacCHUX .




