NN 11

mMstdaanudasvaslasialan uazdn

(Chromosomal and Gene Mutation)
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% o

matfedanauluszaulaslulay uszmioszauinu Hednduiugrudragiv

[

lfifanuuandanaiuinIsnwesdiddiadrig uananidsdnaliiianis
A Aa

waswiladlase §319N9NUINIINVRILIETINT IunTzwaumtiauniivesiiiidia
mluanae

11.1 nsulasuudaslasialea (chromosomal mutation)

susaslaslulondnfazuandrsnuanaanin uazsiavasiaas 1w luuaag
WINANNT (diptera) LT RUDUULAT LURINI LLa:ﬂqdﬁuﬂéaq LIARI1INBLTHRA L%
LIRRINNANBIVIAIBauvaInNadnaHazllaslulonamaldnandnd ualuraoas
% LraRaaNyinane (salivary gland) maagﬂﬁnqaﬁuﬂdaa WIDAINHAUVDILUAIND W30
iwadnlanaTuuwiisaaas (ovarian nurse cell) 3nTvliniasaTyasgiiuldasen
g aziilaslulousiiafiays Son Indfiulasluloy (polytene chromosome) (3Uf1 11.1
A o A P A '
n) SanwozRiasyadlwiiulaslaloazdvmalngninanuvaleslaloudn@iong
Jouuh laslulougunliontuudazgazduguuuianuauansaamolasiulon wanani
laslulounndeznudinuandiuiduisulni-dod dldifagatuvedlasialoy
a dq, =) 1 6 a A 1 a 1
Aawsil 13on31 lasluiownas (chromocenter) Iwafinlaslulonudazaoianumzian
o A A o A 2 A o
winzadlunsiad vinliduszlosdlunisdnsninidfsusdalasiadrsnialy

Taslulauanaqs

t:?‘v A A a a A 1 6 o
wannidiiilaslulonfirednaia 1Sond1 uanwWuialaslulay (lampbrush
chromosome) (3U#1 11.1 ) Sswululalalod (cocyte) vasdainTaunazsiunazile
I a 6 a ~a a‘lyd 6 o [ =< A % °
i WINHNG (newt) laslulauRiausiafiilszlomisniunmsansineinunvines

V090U URZRUEAMAAIITINTATY
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gﬂ*ﬁ' 11.1 laslulousfiafian () nddnlaslulon @) wannusalaslulsy
(meﬂ'd‘ﬁm: http://www.ucsf.edu/sedat/Images/frontdoor.png LA
http://departments.oxy.edu/biology/Stillman/bi221/111300/f11_09.jpg)

mtdfsuidadlasiulouaiuntoutsaante 2 wuy

1111 madasuwuaslassaenmelulaslulau

sanvnudsaaniilu 4 dazian (quUN 11.2) ldun G35u (deletion) Aandiazu
(duplication) B14L3857% (inversion) WAENITHILALATY (translocation) TIusazUszian

a &£ [ a @ o o '
mmsnm@mu"l@muﬁﬁmm LLﬂzﬂﬁl'ﬂU"Uﬂ%”I@n\‘l |

11.1.1.1 #5705

mitasuulasfiiaanmifidiulagiwnisvaslaslylanaranisly
ﬁ‘fidmaLﬁ@ﬁﬂ%nmﬂmﬂﬂﬂﬂﬁnﬂ@ﬂﬁiawml,ﬂmﬁmlﬁm (gﬂ‘ﬁ' 11.3) #3a019LA00 %
moludinlagrunitsvaslaslulay edsesuasasuradslaivinsaniwanniin aoiu

1 A

LflaIﬂSI&JIGﬁ&JﬁLﬁ@ﬂﬁiLllﬁEluLLﬂmﬁvl‘]JLﬂT']@;LL%U%@ﬁUIﬂﬂ&JI‘ﬁ&IUﬂaﬁLﬂuﬂmwa% e

U

v a A a ' o AA o .
IAiAaznwiEenin wanlslona #aTu (heterozygous deletion)
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(
(9) 3810368 nwalandn (@) ladsalmfion nualaesn
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Lmaamn www.clinicaltools.com)
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Normal Deleted
chromosome 5 chromosome Sp

'
o

N 1.3 maasunudaslassadenelulaslalaydssinnafs

(Lmsiaﬁm: www.clinicaltools.com)

s ~ a ' v aa
wananfawiavaslaslylaunuiarigllazinadanisasiagaudlois

(% 6 dl' a d' a 1 U
NAUTANFAT Wasanuinmlaslulounaamelliawmalngszaunsnananyld
Jond ustmnlaslulaouananisldidnites waniswnanigluvaslaslalouuisaiw

' R A a A 9 = Y o
dannunafislinisvanieldvesBuuniBudis Fananisalisuidnginansenuld
A AAda A & [ A Aa } A & . A
foliTiardaunusasdnsmzAalnd 13U 811303914 (cri-du-chat  syndrome) 4
Ya & o { A ' ' = { =

o iiadunuauninsnanieluvaslaslulondn 5 uvslauvisnila (3UN 11.4) B

1 va A v v v a
ﬁ]zﬁdNﬂl%&lLﬁf;ldiadeﬁﬂa’]ElLﬁﬁldLL&I’J
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Sl ]

#, : a st I B erE
37U 11.4 an3lelnivasgniionsaigmd 46, XY (5p-)

(Lmsiaﬁm: www.cridchat.u-net.com)

11.1.1.2 INRLATU
~ A a A A \ a &
AT daswnlasniiaainnisiiw wlaguvadlaslulauNudwu
1 =) { Q g: { { QI J Y U 1 =Y Q
anndn@ (U7 11.5) asnwlalasluloandiwiniuinfidiguunudanulaslalaw
Un@lugniwniSenin tawnlslons @1naLaTu (heterozygous  duplication) 113
wasuudasuuuindiesuindanudmanlwnizuinmaitawninig Wasanduiiia
£ Y o a A o & A AV oo o A = ' ° v A . @ A
AnurtInudwlauInL T wdwn ldvinnin wwazBuiduaziininnagudn uazide
. W ; Y
NaLaTN b ﬁuﬁwaummﬁ]ﬁmsmasluLLﬂaanﬂlquLaqamaa DNA LAN®aY 2%
= A A o v AN o £ va Ada & a '
asuLndnluinvinniinle snaaaNa1ﬁaaw°ﬁamuuuﬂaﬁuLmﬂmavl,ﬂmm_qu;w
AIBWNIILANE Y wIaanlaslulaNangINanIzNUsdaRINTIakaLNIINITINaRIe Ml uad
Taslaulary waluwuranstn1st U R wlladuuUAINRLATWANIRINA IR FINTI TR
LRAIANHIAAUNG IaL LA I NUNTTLU R UL 8 ILUUART W

MU R LU AILUUARTY a1 TURo LU adlULAINRLATHRINIID
anaray lalasmsdenlasiulausianie (mitotic chromosome) @28&ANTT (giemsa)
A A a a . . \ = A A A X
WIDRAIUAIU (quinacrine) aend bsnaNvwIavadlasiulouiviamsld wIaRNIUNN
z = A 1 £ Add‘y 1 s s g; o & a v A a 6
wuifinadan1snaseudioishisunu asnuludagiuiaiinigldisnaiugaaas

I&ILﬂq&l%ﬂ’]i@ﬁ’)ﬁ]ﬁ@ﬂﬂ’]ﬂﬂﬁU%Ltﬂﬂx‘](ﬁdﬂé’]’]aﬂé”i ]
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Normal Duplicated
chromosome 10 chromosome 10q

suUN 115 matdfuuadlaszsremelulaslulaulssian@anaia T

(LWARINN: www.clinicaltools.com)

11.1.1.3 BuLI0TTH
= A a A A \ A a £ o
mMaasnudasntiaanmalfuuinauasainvadlasiulay GaadnLa
A A oA ' =2 ' & o o
Wadlvawwna 2 wiingInlagiunisuaslaslulaoy wazaruwuadlaslyloutudanauidn
Tluwlaslulauidn weallfsunanauna naunidaidldannaninlasliulauids (3U7
11.6) aanunsidasuulasunufidafidaulasialanriudy wdduniabu nIangu
gasdwlulaslulaunuldfounlas LﬁaiﬂﬂuifﬁuﬁLﬂﬁyuuﬂmmmﬁﬂuuu%mﬁ‘u
lasluloudndlugninwiiSenin temnlslona 8uasau (heterozygous  inversion)nns
WaswLlasuuudwnasruin lulnantznudamsuaasaannisilulniusasnela a9l
N394 UHAA AT WAITUTUAITaIRINTI@ wananinsidfuuuladlasiulaw
a fﬂll a J % A
wupdunaitumunsaifialuld 2 sduuy da
a A a < 2 a '
1. INSLTUAINBWLID ST (pericentric inversion) FuAnNTBLVIAULASLA

' A o s o a \ £ A o = ~ [
LRI LY W9 R I NU TR VIR D NULAIR I LD N9 laslulauasann
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2. WITULTUATNBULIBTTY (paracentric inversion) TILANNTOLUNAN 2
uranelwnanangladanievadlaslalaw ﬁ"[&iﬁémmaaLsnuiml,ﬁm%ima%i@hzl AITh1
anusnuauaslasluloudshinfowulas qua 11.7 2)

Normal Y chromosome
Y chromosome with inversion

U 1.6 madasuudaslassainsnielulasluloudssinanduna o

(LWARINN: www.clinicaltools.com)

AIRINWLATEUIRNIIATORTI latiasuadtan s LN g BulasTuNIgad
wuvluszritemsutsirasuuylulads SnaInalrlasuIAaN TN uILant U Ao wT a1 WN%
a a =, A A = ' 'y & o ed
AN1IV19¥Y LAzt AWy aIUTREIBTaIlaTiulay wiatn mawaama’lmmaaauwugw
lesulasunfaasnan luvinninilule wazlolnaana liwawiainlng é’dﬁfu‘luiuﬁﬂ%d
"I,ajﬂﬁﬂgwaﬂ%ﬂam‘jLLuuﬁﬁmmﬂﬂs:mumsmaaé‘ﬁﬂana§

11.1.1.4 NUILALOTH
a A a o o A ' ' ' Y
mnﬂamuuﬂm‘nm@ﬁnﬂmsmﬂaaumzmnaaumaaiﬂiiuiﬁnumﬂagﬂu
a A ' ' = A A o a
I@UmsmmaUmwmLmaluiﬂﬂﬂémmemmaﬂm‘[uimgﬂ%mﬂumﬂnmammﬂ

a \ A ~ \ A VA A a & & o [
EJﬂLL%G%%GI%IﬂiINITN?JﬂLLYIG%%G“U@GIQ?INI%NQYI&@G Wahawmamaninagaaniaunu
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a b c d e .f *BiP Hormmal Chromosome

a b C f. I Gl Pericentric Inyersion

n
a d C b e .r il Paracentric Inversion
Y

{ { a ql/ =Y J U
3un 11.7 mMaasunudadlaslulauuuuawiasTwanansnLAadn e 2 uuuy
(M) WWILTUAINAWNBTTU (1) WITLTUAINIUILS

(Lmiﬂ'd‘ﬁm: http://www.emunix.emich.edu)

Naormal Normal Derivative Derivative
mramgme ehmmé:sume chi lmgmme d"ﬁl'%?ﬁm

U 1.8 maasnudadlassasrsnilulaslalandssinnIglisans nualaiadis

(LWARINN: www.clinicaltools.com)
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Tunndaswudasvaslaslulouitut gdnalvaniwaasfsinatlaauly

1 A

e & A a o A o ad A a ' o
muumawmnmﬂLLuumnuIﬂﬂﬂsﬁuﬂn@mﬂuﬂmuauluamwmmn’n LNy N g

U
< . ] a o Y A
NIUALALATY (heterozygous translocation) sﬁwzuaﬂumzﬂmﬂgﬂmﬂ:m@ ‘magﬂ

IS =)

@10n19T X é’aﬁmﬁaﬁmnmﬂé’waﬂﬂﬂﬂﬁmﬂ'Lmjauwagluamwmmlﬂmﬁa NIUR
Tataruasanunsnudalaidne 2 oy leun

- DALNBTLUN ARIITU (Alternate disjunction) tDunsuenlaslaulonnas

2

& o o A =a oA af o A A & a o ~
A1GTITINNWLNINLIN GﬁaﬂﬂaiﬂﬂﬂéﬁwLLﬂdﬂﬂﬂ@l%Lﬂaauw"lﬂgmaL(ﬂmﬂu Tuamen
IﬂsIuImMLLviaﬁLﬁ@ﬂWSLLaﬂLﬂﬁw%uﬁmﬁ'ﬂﬁmﬁauﬁvl,ﬂ;j"fmﬁmﬁ'u é'i?al,ﬂuﬂ”sﬁag;é']a
avstunulaslulauuriangng (U 11.9 n) V‘iﬂﬁwaﬁﬁuﬁuﬁfﬁvlﬁﬁiﬂﬂuiwag’mu
A2 o o AV o a
v laeulné
- uaaIaud Ax39T% (Adjacent disjunction) tiunsuenlaslulanfag
%ﬁ'ulumﬂzmwlﬁmﬁauﬁvl,ﬂq{hLﬁmﬁ'u ﬁﬂﬁwm§§uﬁuﬁfﬁ"l@?ﬁiﬂsiu1muLwimﬁa
Wulnd wddnuviadwniualatatulaslyloy ﬁﬂﬁmaﬁﬁuﬁuﬁjﬁwﬁmwﬁ@ﬂﬂa
. . . . Y a a Qs QL a J U
(duplication-deficiency gamete) uaﬂmﬂﬁmsmmmmwmwﬁ ARIITU mmsmﬂ@"vuvl,@
2 ik (3UN 119 %) loun waaanaous | @a Iﬂiiwisﬁuﬁvlai"l@TLﬂuQLﬁﬁauﬁu
(heterologous chromosome) Lﬂﬁauﬁvl,ﬂ;j‘*ﬁ'uﬁmﬁ'u WRzLaAALTUS Il Ao laslaulaun

I~ A ) A A V& a )
ilugdlauni (homologous chromosome) maauﬂvlﬂgmmmnu

MU RunidasnuunTualatarwny liUaadn I EITUTI& INTIZFAIN
IﬂﬂuiﬁnuLﬁuﬁﬁNaﬂimmiaiﬂsaa%’]waaLmaﬁﬁuﬁuf ﬁﬂﬁLﬁ@mw"LsJam;amaa
A v ed o £ 2 = £ A o v Ada © & @
Iﬂ‘ﬂaﬂsnumﬂIuLmaaauwquaswwu GmLﬂumm@mm'ﬂmlvxaammumﬂu%uu
T a L o A a ' A6 a <
uanmnumum’maiameaﬂgﬂLLmJ Asendn Indsalaton nIwalataTn
(robertsonian translocation) (3Uf1 11.10) ilun1suanidsusiuvaslaslulanszning az
Imlﬁnuﬁ%ﬂﬁ"l,&i‘l‘*ﬁlﬂuiﬂﬂﬂsﬁugjmﬁauﬁu (nonhomologous ~ chromosome)  ¥iNl# bét
laslaulauuu N ITwn3n wasuLuN LW NLRI AL AUIWNILTUNINRIaTULINILY

PNINLYIILAN
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Eﬂﬁ' 11.9 ﬂ']il,l,sméfwaﬂﬂﬂﬂsanmﬁauﬁa%iluammamiﬂmﬁa nulainti
(n) Alternate disjunction
() Adjacent disjunction : —— fa Adjacent |
------- > fa Adjacent Il
(WARI ‘ﬁ 41 :http://www.med.nyu.edu/sackler/genetics/Translocations_and_Invers_files
/image004.gif)
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s
by B
Nermal Nermal Fobertsankan
chiomasome 12 chromasames 14 rrarskeation
G‘ CHiimizal Taals, Iae rob{ 13g144)

U 11.10 madfsnudadlassgamelulaslulaoudssianlsidsalaliaw nIua-

TaLATih (WARINAN: www.clinicaltools.com)

11.1.2 mawasuudasiwinlasialau

Undseifiananawsand 2n)  S5wanleslulanianis uazasfi waduia
NTTLARMIROUARTITI ﬁ]xﬁiaNa‘lﬁmaﬁﬁuﬁuﬁjﬁmuﬂizmummﬂaLsﬁaﬁuuuvlﬂa- T
afisunlaslaloufiann wiaasninUnd wenannfinszuIuNITHERAFTITURINNTD
Aaleraluiunonluleds | uazmiasunonlulods 1) (gﬂﬁ 11.11)

mMaasnudadsnwinlaslulaysunsaunialads

11.1.2.1 LaugWABLA (aneuploidy)

Unngmaainfswanlaslulon 1 wie 2 laslalouuandisldann
o a ) s o & o
Frwandn@ (2n) 1T 2n + 1, 2n + 2 FEsawy laluie uazad TIuNIanE s
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aundiulasiulauidaouudasly
- Tululadl (monosomy) = 2n — 1 1% a1MSNasIKLS
- nsled (trisomy) =2n +1

- innyelad (tetrasomy) = 2n + 2

Melosis [

VAR

A (1
d‘ ¢ Nondisjunction
/\

AN
X Ny
VA AN

M) e i My ) e
n+1 n+1 n=1 n=-1 n+1 n-1 n n
Number of chromosomes
n i

UM 11.11 NTLUIUMTHAUARIITY

2

(M) HanszuinmInendadsswlunmsuwtasaswuy lulade tuaaululads |
@) \Hanszuaumsnendadszulumsuntaaasiuululeds vunanlulads I
(

Lmd\‘iﬁm: http://fig.cox.miami.edu/~cmallery/150/mendel/c15x11nondisjunction.jpg)

mawasuudasiulaslulouuunuengwassd mansatialdly

- Taslulouwe: HunanIenUINnTzUIUNIROUARTITH UazEINAdD
msm‘%tymaaéaﬁ%%lugﬂu;umha6] A aliaansnsnsldmenald 1w annnanes
a3 (turner syndrome 45, XO) sanalWinamdafansmzay nsasyvataioznel

auyirﬁﬂﬁwmﬁaﬂam”w wazdasansaunnninawng (UN 11.12 n) amTlasina
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inas (klinefelter syndrome 47, XXY) &nalilwaralnsiadyvaadiudlnainindng
uaztilundu (U 11.12 9) wazemaendnane (47, XYY) dawaliiwaoiizdinegs

] = a v 1 a d‘y k% J a Q = =1 a v
Tl wazonaflgdtlanidesniidnd wananfinanaie uazRanusdinddywidneas
(3UN 11.12 @) 1udn

- aalnloy: LLaugwaaﬂﬁﬁLﬁ@ﬁ'ﬂaaIﬂIwﬂ@m6] Tugnwlululod uas
Insladl dswansznuinussdamaaigvasenuile ldnanldauisndrss #ale
WRZUNWAY LT 81N1IWINI (patau syndrome 47, +13) (gﬂ'ﬁ' 11.13 n) &IWALALAND
ansmetnunds inaulnd valafiadnd Lmzﬁﬂmqgu, 21NIL8AIAH (edwards
syndrome 47, +18) aswalAiandansusnzlnandsseyy nunan arv-thnuay
saduand walafiaUnd (gﬂﬁ 11.13 1) 811135013% (down syndrome 47,+21) ¥inlAL&n
Yaandaw valauszszuunsmiglaialn uaﬂmnf:ﬂ'adwalﬁlﬁnﬁgﬂiﬁuéﬂ T}
ﬂﬁml,f':al,ﬁf%mﬁﬁﬂﬁw (gﬂ‘ﬁ' 11.13 @) 1Hudn

G
AN

in
o THETTTR
R ETEI Ty

= aertiEy,
o SO
=~ g T
.l""‘l'#
Bkt g,

Ol
M3 TR
" 2 x K v

Eﬂﬁ' 11.12 (1) 1M Inasiuas (turner syndrome 45, XO)

(LWARINAN: www.clinicaltools.com)
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YN 1

Ay =
T EETER
nu atife B

20 a 2Z X ¥

S Ehmical Teals G

Eﬂﬁl 11.13 (d) 21N (down syndrome 47,+21)

(WARINI: www.clinicaltools.com)

11.2.2.2 ywaauf (euploidy) uazlwiwaas (polyploidy)
a A ¢ 4 ° Ao
pwaaud Aa Unngmishilsuudasiwnleslaloy laofidiuau
thl tg/ A g: o a v v ™ % 1
loslulawadu wisaassasazgaandwiudnd (2n) wulddasludad inmzdadla
| A o o A a £
NN waagnIwNIT AN IwInlatlulsuunae e e NN ANT® BIaaaR
asirmwinlaslulauiNgd 1 uris AnarvinldraTifiaanuAalng wiauauaie'le we
o o A e A A ° A £ , £ a a
mmu‘tuwmmumsmawuﬂaammﬂaﬂﬂ%meumﬂmwam‘qmuvlﬂ Sun Ina
a 2 A ° oA @ ' A o P ' VoA a
waand (polyploidy) TedinarvinlvATasnaiansme wazawianlugnitwodné 2n)
uaﬂmnﬁﬂ?ﬂLfluﬂavlm%wﬁty@iamzmumﬁi’wmmsmaaﬂm%’uga%‘n

o 1 a = = 1
@]’JE‘JEJ’]G"IIBGEJWQBEIW LLazIWQWﬂE’JEJ(ﬂ LD

-2n+n = 3n 380 NINRBLR (triploid) (Eﬂ‘ﬁl 11.14)
-2n +2n = 4n (38N INNIZNABEA (tetraploid)

-2n-n =n 5un luluwaess (monoploid)
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g &d & &V a o & a v 4 o
aasasniduwlulunaass ldauniunawidsouuilald Tadng
anwanlululadl @2n - 1) udlwossnrusriesmunraiuidudulale udinazdanus

LLazvlaimJyﬁfﬁﬁNﬁmw

U7 11.14 dretsvasgwass@lszinnyIwaasd (triploid) (WAsININN:

http://www.slh.wisc.edu/cytogenetics/cases/gifs/com_karyotypes/Triploid96651.jpg)

maagwudassrwnleslylouuuulndnsssdswnsafiald 2 uuy

1. salnlwanaasd (autopolyploidy) Lflumsl,ﬁm‘hqu@maﬂﬂﬂﬂsﬁwﬁﬁ
uindannmeluslasaeinu (gﬂﬁ 11.15)

2. uaalalwanassd (allopolyploidy) Lﬂumﬂﬁ'm’hmummaaIquIwﬁﬁ
duAnAanalTaa9N (gﬂ‘ﬁ' 11.16) wandszinnuealalwanassandioas
Usznaudinlaslulouga 2n ﬁauyitﬁmmmazaﬂ%éﬁ@mﬁu Sunin waNNanaand

(amphidiploid)
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Unreduced gamete with
6 chromosomes
Karyotype of Zygote

parent species x_ﬁ (autopolyploid)
iis? —

error fertilization '-., f/ karyotypes may

\ 33 /\ / be viable and

self-fertile
2n=6

4n =12
Tetraploid

Unreduced gamete with
6 chromosomes

U 1115 nmItdfsuutadsnwnlatiulounuuaalnlwiwaasd

(Lméi\‘l‘ﬁm: http://www.pearsoned.com)
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' Unreduced gamete Unreduced gamete
with 4 chromosomes with 7 chromosomes
dgf Hybrid with Viable fertile hybrid

\ ﬂ? 7 chromosomes \ {allopolyploid)
e g/ N

2nto n /J /,,fv Mﬁ
AT T sl

Normal gamete Normal gamete
K n=3 n=3
Species B
2n=6

U7 11.16 maasuudassnwinlaslulauuuunaalalnanaasd

(WARINAN: http://www.pearsoned.com)

BI251 215



Tagtuinimimysansatnifgliidulndnaesdlalasnisldsslastda
- ‘d & dld wAa e g: a v A a
(colchicine) - TaLuansnfiguanddzindusinmuaiyveslulasmyasenduloaluda
Tunsznaunsudaaadlulads wislulngs vldlaslulongnlenlimunsouanda
v A o ° Y ed a L Ao a £ a . @ g )
2aNINNNK TINuavn R aasniAat I wIwlaslu s NNIRENLYINGD haNINHNITEN
irlAidulndnaesd defidszlomiludunisdudyenuiioedns g igu natniinld
A & a A A ' A = A A o [ o oA
Arnaoidulwansas@viiaiasg @n, 6n) iNaidunmaiunanae sniunsnin iy
naeidulwanaas@riiaiasd (3n, 5n) iNanfaRon liinda i wawasla Wudu (U
71 11.17)

gﬂﬁ 1117 wauaslu'lifwse Wnasfinn:  hitp//www.vegetableseed.net/heirloom-

vegetable-seeds/melon-seeds/watermelon-seeds/watermelon_seedless.jpg)

11.2 nMstdaanudasiin (gene mutation)

i fsuwutasnialuin vﬁaImaqa DNA "l;i'a'wzl,ﬂugﬂl,mﬂ@ﬁmw
a . A A < i A &a < . i <
LIUNIT UUILNT (gene mutation) BIDWBLANILNTY (point mutation) LT wn1T
{ o Q % A =) v
Lﬂ§sJuLqum@umiL’%mmmaoLualquLaqa DNA G9813130LAa laRaIuuy A
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{ ‘N . . a £ [
11.2.1. mafsuudasunufgiua (base substitution) sanIniiindule 2

WUy

11.2.1.1 MIURewUUKIUUUNTIWEDH (transition)

A A [ , ' = a i aada

AeninifsundatadugiuaaingiuaifodIu (purine)-IwIHau

. R I3 1 = a aad dl & s L dl a

(pyrimidine) luidugiuaiioaIu-lwiiau Mduauazdrnu T01aiian1nag
Aawaa wiaanuunwiaslunisduduesuslusznivhinimmeauuuitassluana
DNA %381/a38Tn1in6n4 9 1w 8131a3l 5-bromouracil (5-BU) n3aluasa (nitrous acid)
W8z 2-aminopurine WiTiFanGLael (X-ray) FIFUNTNAN (gramma) UazTIFLD (UV) 1Du

v =) 1A @ o o & o v Aa = a o L) 04
0% Wsamﬁ]"LmJﬂm]u“ﬁnmn%ﬂmn@mmﬂayuu:ﬂauwumwwmuvl,@munu

maasusdssnuunaudtuiiinandase e Jaunguian

- aaiedl

5-bromouracil  (5-BU) (gﬂﬁ 11.18) Hasadsznay wazlaTagisasnuny
Tnfu (M) (Eﬂﬁ 11.19 n) %aﬁmua‘lw'%ﬁﬁuiuimaqa DNA %10 #3aundlama 5-BU
magﬂLﬂ‘ﬁ'ﬂuLLﬂmImaa%wolﬁﬂﬁwmﬁuvlmim%u ©) la (gﬂﬁ' 11.19 2) F9azasnalHifia
mnﬂﬁwuﬂaa@jwamn AT Uil 6-c wisenawdsuain 6-c lhilu AT (gﬂﬁ'
11.20)

517 11.18 Taseaing 5-bromouracil (5-BU)

(Lmddﬁm: http://www.chemblink.com/structures/51-20-7.gif)
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Common keto Adenine
form of 5-BU

Y _N \
AN
H
lonized form Guanine
of 5-BU
|

Eﬂﬁ' 11.19 Ta39&319 5-bromouracil (5-BU) sansnilasuudaslassssliadony T
uae C e

(M) 5-BU #ilassansldinilouny T 39g3n303unuiua A la

(¥) 5-BU mﬁlgmﬂ?&"UuLLﬂaaIﬂiaaﬁ”ﬂalﬁL%ﬁauﬁ’u C F9ENNNTOILALIUF G b6

(Lma'dﬁm: http://fig.cox.miami.edu/Faculty/Dana/baseanalog.jpg)
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|o-¢ | A-T]

(Repl‘l (Repl‘d

|G—BU| |G-C| |A—BU| |A-T|

(Repllw l (Repll‘x l

Una Un@
lolc| |a-au] o0t Jo-ed]

‘rRep Hlj VKRep Ill‘l

|A—T| |A-BU| |G—C| |A-BU|

Eﬂﬁ 11.20 msmé‘zluu,ﬂaog]'Lummumm%‘*ﬁ'uﬁLﬁ@mﬂm‘smﬁ 5-BU
(n) ﬂ’]iLﬂﬁEluLL‘]JadﬁjLﬂJaﬁ]’m G-C lhilu A-T

) mnﬂﬁwuﬂmﬂwmm A-T T 6-C

- NIAATE

nyaluadadinadaluianadnfvasaz@fin (A) loladu (C) uaziafiu (G)
fanaliiinnsdanguazilu (-NH2-) aananluanadnfdanan TaoujAzenfiiFonin
fo=R1UT% (deamination) (gﬂ‘ﬁ' 11.21) ﬁﬂﬁlﬁ@mﬂmjﬁ%‘uﬁuﬂLuaﬁ"laigﬂﬁaa

o o A A A e o o & a
fnfunminadassudssununnudrulasldddadoiniuuiianing
dl U A a
31310715t asundadlondraldsasen wIadianasanvasialasianazaaunioly
= a e < . . 4
lutanazasualawanits Sondanngnisalfiin nalnw'lsioty (tautomerization) &9

a & o o ' a < o . ' [ @
Veduldtasin wwu nsiie nalniu lsirsuwny adenine (A) 3TdIHALA A a1unsawdng

U

ldnu ¢ wwudn@lusmzndnisdnesluiana (quUn 11.22)
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S-Methyicytosine Thymine

37U 11.21 MadiimufedjisedesliwtuninanuluanaUndvasloladu

(Lmd\‘iﬁm: http://fig.cox.miami.edu/Faculty/Dana/baseanalog.jpg)

GCTGA

i —

/ CGACT
N e
e e

Un@

U7 11.22 mafianalniulsisduny adenine (A) ssuald A mansnidg ldnu € uuy
1né
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1.2 M3URUUBYRILULNIURLIBTTY (transversion)

A a [ ' aad a a & a = Aad
ﬂaﬂ’liL‘]_]aU%LLﬂaﬂﬁaUﬂLUﬁﬁ]’mﬂL‘]JavLWﬁJ@]u-LWEl’JiuLﬂuLWEl’J‘iu—vLWﬁJ@u
A =g a & , da , A v o a @ '
ﬂ’]iLleaEI‘LLLL‘]_IMLLU‘]J‘LL’%Lﬂ@]“llulwmx‘m&lﬂ’]i‘ﬁawLL‘H&J&’]El DNA “/]"1]16]1%&]’1(5161@197’1%1%&!
(3N 11.23)

ACGT

/ 11 und
TGCA

\ ACGT

il Un@
TGCA

NaUN®

3ﬂﬁ 11.23 mmJﬁﬂuLLﬂaa@]’mmmummanaﬁ'umn c-G lihilu A-T

LﬁaIuLaqa DNA ﬂﬂ@"l&il,ﬁ@m'mﬂﬁwuﬂaumuﬁ@jLummumwu%fu 38
NITRALIDTTU ATFINA LA MRNA, tRNA ez rRNA ﬁmummamﬁaﬁugﬂﬁuﬁé'ﬂwmz
dwidnd (3Un 1124 n)  wddwindmsudssudasunuigiusuuunaudss waan
IIUFLIDTTU madwa‘lﬁiﬁaﬁuﬁqmiﬂu mRNA, tRNA a2z rRNA N0aasRaN1an
DNA Inm3ttaswuiadslddns wanainitn mRNA tHamsilasnuiad a198INanIeny
1 qlf é I g = =} v 1 =
AANIZTUIBNNINIIWBRLATH TILTUNTZUIBATFILATIZA IUTAWINGY L lwUI9INTHANT
LﬂﬁsJuLLiJaaLmuﬁﬁjmaluImaqa DNA 1Un@ 819 lgINafanIzUIwAIT NITBRLATH 11
mﬂmimﬁUuLLﬂaaéﬂé’ﬁJLuaﬁfumuﬂi:mummamﬁ'aﬁuqmm LLﬁaLﬂuLuaﬁaglu
o , A A ' A o A ea & A
AURUINFTDY BIaRNNVBILAR IAAAWL MRNA Luaamﬁniﬂ@aumamuqmawumﬂm

L2L48L3ALAA (degenerate code) (gﬂ‘ﬁ' 11.24 %)
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a%m%’unsﬂﬁmﬂﬂﬁﬂuLLﬂaaLmuﬁLualuImaqa DNA 1n& #INaNITNUGD
NTTUIWMINTIURLATY FINTTDLUsaantiu 2 wuy Aa Lmuﬁa'awalﬁqmauﬁ'aﬁ%ams
aupasldsdunimlasullainilng ﬁﬂﬂmuﬂﬁmuuﬂmﬁugﬂﬁwLﬁuﬁﬁh ARLTUFND
T (missense mutation) (3N 11.24 @) wazuuuNFINalAThalaaauursanaedn
-9 ] n:l' = > z:l' U A 1 v A 6 o ] A g; ] a
TRanganannaziITRanganuiagg saualrralndildindasnanidawiagwninlng

wazlimunsnviminfld (Sandt wewmudiingu (nonsense mutation) (3UN 11.24 )

11.2.2 MILNY ﬁam@mﬂﬂmaaLuaﬁﬂﬁiﬁaﬁugﬂﬁmﬂﬁaﬂﬂ Sk

WWINTNG ANTh (frameshift mutation)

mmJ'é"muﬂms:é’uimLaqameWSM%Wﬁ Ao Suntuiiieanmyansly
ﬂ%amsl,ﬁmaa@;mm*ﬁwmlmﬂu DNA  @asdonadadeuiualuais mRNA  uaz
nITUIRNIFILA A lYsan vlddeunsaesdluvaslndy indiaouudaely (gﬂ‘ﬁ'
11.25) MIAVTUVIT WIWDE 1, 2, 4, 5 61 =TNadanTAANINENG uadrinsifiy
aSsar 3 sandantuezasnalifiam s dswutasnteas i luanis Ay uazTia

. s g; (=3 a A a
WH‘QﬂiiﬂJ‘ﬂa\‘i"ﬂ"lﬂ%%ﬂ"ﬂ$ﬂﬂ@]L%N@%Lﬂu@lﬂa@ﬁﬁﬂ DNA
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gﬂﬁ 11.24 &8 mRNA Uné waza1y mRNA NAMTURULURILNuNvad Uy

Frﬂeﬁ/ﬂﬂHLysHPhaHGIy'

Amino end Carboxyl end
Base-pair substitution
No effect on amino acid sequence
U instead of C

AT

ey ————y H e/
| Met H Lys Phe Gly | Y

Missonse

(n) 818 mRNA 1Uné

@) 818 mRNA N TUasuuasunuivedus ue liinadansddouiladsay

nyaaziluluanslwdiddng

(A) 818 MRNA WUUARLTUTRUNTY

(4) 818 MRNA LULBOWLTUTRINT

(Lmd\‘iﬁm: http://www.pearsoned.com)
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Cwiginal CAA code Sor an aming Scid sequenm:.
S ATTCACACOTAGTCATOETAT

T s s s s

U 11.25 mmJﬁﬂuLLﬂaaszéﬁﬂumqmmm%lm%wﬁ1uﬂin°iﬁLua C guanluany

DNA 11a%e 1)
(Lmd\‘i‘ﬁm: www.nlm.nih.gov %38 http://www.daviddarling.info/images/deletion.jpg)
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2 %) v
RUUHNNKANIEUN

o

1. avdugaanseusunislasunlaslasaairanielulaslu g lfmunsaniunw

o Y
NNUUA WA

Deletion Reciprocal translocation Inversion

Duplication Robertsonian translocation

a
| &
o i’
]
Chromosome4 Chromosome8 Chromosome5 Chromosome7
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2. NI R uuil LU UAINELATUIY LA o g RINANTENUA A RINTI 0
3. AlunafeduwianTulwugaiNass wisaruvaduaazlaaauisliday

SINANIENUADNTZUIWIIINIIBRLAT LY LA
4. MU RsunlasunuNuadualnas mRNA @INTNTNI819928INA LRLAANNT

iaswudasuuule

Wild type
5 3
Protein [ Met H Lys } Phe H Gly N o
/ N
Amino end Carboxyl end
Base-pair substitution

ge

Ainstead of G

(vt H e H Pre HEETH o
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