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ey S (8 S I (sa 5 Leld

il Al Alls 8 5 ) gl dadadl) dagada e ddiny aguges KU 8 ol juall s
e aentll Lo 130 Jlall Gl 30a sale <l yuad s Lgild i gale 5 (gl Chany ¥ 5 susall
A psusa g Sl AN el ge Canatl gl o g ga 5 S Gudil (5 AT Slled

Lo gl eyl

Deletion or deficiency <bai®y) g (alill-]

interstitial &8 sall 4xin O 585 Lal g g0 5 S (g0 Akl Gladh Gl Caday 0 gou g0 5 S i
(s 2885 4 S jall dadadll 0388 () oS5 ) aaili Y N B ) guSall adadll 5 ¢ terminal 4dok )
S Jpaal o )l QLB ity Al o) An gl ) gas Lae o330 sl
o sa g SIh oyl 80 jie puS Jpeas Aal Saand Al Lol Gl xa Lgiles alaiill
Dsela M gag a8 ) S Ll IS 13 Ll Aeat (e M | a5l S 1Y) L)

(Ab c d e f |o/Abc de |

f
Terminal deletion

[Abc e f

L ]
Interstitial deletion
SV s s N AV S b AN Cila gas s 5 SU 2 )38 Alls i) il
deletion loops <3l 5 aiill <l 5 je -~ (563
laliiy) e AL
lele ABGY) aal (o g .o g e SIS (e Ape gus g5 S Axdalll Cada ) 288 a0
o se g S puadll &) A (8 s el oo & 5 Wolf syndrome <l s |
ol 5 Al JSE A Al e madle 5 e Cality Clas ) Jikally | 448
Ol A 8
Cri du chat syndrome sl ¢ sa 35 2
4l alge e Jihall e Jaay 5 &8 o se s ST il ) A b pali e &
Ol 5 halial (el oy ) 4asll g anall ymeall Gl N ) ALYl Ll ¢ e
(olind) 5 ilaveal) saill 8 GRS wa dilsall s2e Likdl)
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Duplication or addition ISl g ddLay) -3

) Lea 35 LeaS (8 Al dpe gus g g S dzdal ) ST 5l aal 5T Ladie Che Liaill Suasy
& psmsas S (e Aal e dgasugay S Axkal dgag (N ol S 5l 5 e aals g ey S
s aY) ek By camigas SI Gl L cliall 3305 g2 Lae Jilae e smigas S
Cilo g g5 SN CAlAT ¢ BLia) aguuga s S LS el 13gl 5 433K 5all dadadl) e diliadl)
SV R ALY (e sagaill yshall bz Al ) Lealesl Leidlie e ddliadl
translocation J&ii-4

il ga g0 g JSI (n Aga g ga g S adad ol e 3 ke o4 Translocations <Y&N)
Qb b 3 JEY) 3 oS el (e s g s SI) e S b S Cinay Cus 5L e
oo Al da 5 Al ae dalaill s T s ga s S e suSall g1 (e o el Jusl
52 psmsas S e b puSall dadadll U Sl udi Ay 0 smigas SN B s
S s a5 S da HU Al Lgalall

2 gy Aldiall e Slasuges SN (o Dlind) adl g i yi sale) e 3)ke s JEiY)
s JEBY) e (e 5

o ) om AN salall Jals Caasy :oreciprocal trnslocation  Jelie Jwml -]
Loy ens anally Baaae e OS5 Al Ao g ga g S adadl) Jadiiy Cilla gas ga 5 S
Sl Abale Gyt ) Gaay ¥ JEW) e g Al 1 85 balanced o)) sl
A 51 Balall luiS) ) ()28 (e o gas g0 9 S

Reciprocal ‘balanced’ autosomal translocation

MNormal Balanced translocation MNormal
hromosome 1 between chromosomes chromosome @
1 &9

A person with this chromosome arrangement has a ‘balanced
translocation’ with the equivalent of two chromosomes each of numbers 1 and 9.

Cila gus ga 5 U Aa gus ga g S adadll Yol Jeda s : Robersonian tanslocation -2
daladll aBge (55 Cus ACTOCENtriC laswses SI 028 o5 3) ]3¢14¢1521¢22
ol 5 o jual g1 505 s 103 0S5 () (50 Las osas g s S bl e 45 58 )l
aic g Alyshll g 3V Lladlly Galabiall (ae g se ST 3 juadll & 31 lassy oS
Ol 1388 5 Ay 5S pall adalll (e QLI ) 2l (5 s Wl Alsha & 500 (gm0 g sa g S
J;uasj\ &\)_ﬁ\ ‘;Q EJP}AX\ U_a\_t..gaj\
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Balanced robertsonian translocation

‘q’ arm —

- ‘p"arm —
—-— "q’ Qarm —s= "q" arm —s=

Chromosome 15 Chromosome 13 Robertsonian translocation betweean
chromoscomes 13 & 15

Robertsonian translocation between chromosomes 13 and 15, giving this individual
the equivalent of two copies of chromosomes 13 and 15 re-arranged as one long
chromosome.

Ol (A S Gigan o Ladie [nversion Y Gasy Inversions LA 4
8 e Aa Sl bl 23l o5 0180wl kel (0 dadadl) 5 &5 6 gusge g S Jsha (e
G Al (g3 Ay L) L) il L S i) s (35S0 Gy (5 A
o ) a5 izl Giany B g B k3

e Gy Laie 1 pericentric iNVersion e s se s SI dakill cacaiall &y -
i3S 5l Raladll ye i slcia il

paracentric inversion 4. S jall Aakdl) peaiall je QMG -

M\Q\Jﬂiﬂ\
paad 8 el 13 Adiey Cua dpal) QWIS e aa) ) g gl WG e g ga g ST 222l (555

¢ diploid 4 g 905 S 4e gaadll AU 5l (20 < alh Genome  Suall s siaall)
@la) Alead) mil QU Caaill e s e s )SI a2l Caaly AN alay) oL
3N, 4N, 5N e e SASL A g 50 g SI de ganall Jiad Ledie Joasy polyploidy

e e a9 9 S) Adagl)
Tetraploidy 92 XXYY
Triploidy 69,XXY
Trisomy 21 47,XX,21
Trisomy 18 47,XY,18
Trisomy13 47,XX,13
Trisomy 16 47,XX,16
Klinefelter sydnrom 47 XXY
Trisomy, X 47, XXX
Turner s syndrome 45, X
Variant of Klinefelter syndrome 49, XXXXY
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Ay g Lgila g s s S 230 & Caelind Jangd I Clad¥) dagi sl o Sin 2
daani (el S Alalrall 2oy da sas g0 5 )SI) Ao sennall 45l Clils o Jiass
@ Audlaiey Alildie de sanall 020 STy dagusas S de sanall (ol e
Autopolyploidy (s Ll Ludlad gilia aea
ISy aEall ) 23808 Tl e gusa s S Ao ganall Gab & jaal- 3
SRV 5 ol ol LY o LS shas il yy il ) Sl
polyploidy (e g sa g 811 aaail)
s Cla g ga g SN e bl e ganae (e AS) Allad) sda & bl g il gaa) lliag
IR0 o g ga s S cielial Aaili Jeasd - somatic doubling  sews caclad -]
LA\ d.u;_“\ a..l%} ‘\:\MAM
o 32k sbladl el (0 53 (o sy A g Laia) Caanay -
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A je (B L oo 388l Clagle s SI) Juasil axe (0 XSy Lo sl oo 505 S
calail) o oSS
dpaaad) dsa g g g S il il il
Euploidy &aall o) Jolll e sanall cacliaill - ]
DS sl aals asmga s S Glati o) B34 50 O 5 Al (A dge g a5 S A senall 3
Aneuploidy il e o) JaSI) je o ganall Cacliaill. D
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(2N+1) o s 505 <)
s A e ganall oLl
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AL de sana o zLEaY) ) (5 5ind 8 gl ¢ Gt KU Jlanialy 5 Jladll 5l A
triploidy e g 505 S aaalae &30
A pusas S amlae 293y (e 4236 :Allopolyploidy hlall e geaddl 22l _c
s ey L 3 ganll Zails ANA o2 s ddlida )53 5l Galial I dagls ddlise
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Rl s gan g 5K i gamall (go o i Ll Ciaag 1Rl e e seaall Cae Ll
i a5 e gs g5 SU) Ao ganall UG 0
AV ALV 8l sas g5 HSI 2 Y Clagile 5 HSI Jladsl (3laal) -
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Slsdie a5 i Wiy edll Jo¥) gagadl Hshall & Cila g sa s )SI 2l Gl 581 axe -
Glardie sSid CUlBY) aal ) GRRAN (e g ga s SISl UL (e gaa a5 S
b slie) zadian Laaalad) e 5 o guga s SU Gl JAY1 5 ilial o gau g 5 S lliay Lanal
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MONOSOMIC @ sx a5 S
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G Al 038 =15 ;. Down s syndrome (mongolism) (L siiall) ¢gla 4a St
ALy ey A5 (o> psmses S) b galall o3l (B aals asuses S 8ok
e gas a5 SH = 55 Jumaiil ade (e 4330 238 33 3 5 45LEN Allall (e Yoy Cila guu g s S
038 il (Say . Y] ALY U (5 sV aa) L Laads Yliadil 2] a8 ) 4pensall
ol g Cladl caaly | karyotype A sw sas S Anell Jilas 35k e alal)
da grme il 553l Agan 135 (5000 gl A g 135 Al a5 lial) Calanll,
o AlA Ay Alad) (e gyl Adlall 236 35 Turner s syndrome s da e
il oA da Al odgd (5 yedadll ikl 45X 51 X0 s Slsh Skl X o s e s S
g skl A pe A dai L 130y Barr body b asa ) ) Giiles S s a2 )
Slie Calas g jall jaall g 4 1 Slaml ¢ aelil) sl o sl
apaddl Acanll B Y aguges S Jead 49 S5 4dh g Al ol alas) Al 6 L
LB e 2 8lall 3l YO Sl ek SO ) sks
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ageliai g 430 )5l ilaglaall 535 Ll (oo A6l salall cilia aal gaal) (e :desall
alis gyl OS5 L 33 5 il shaall Sledal s o115 8330 Jla ¥V (I el IS W elai g
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) Cae Ll J -]
Cae il (L) 2D
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zeabeall i (e calds Al s3LEN Zac Bl ) 5 5V (e Gl () W) AlalAl) clagi IS gl
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Al Y (paibadll 4 il ek ) Wais olhal) s JS a5 Y e slS gl
2 eUaal ot Aadanly e UaaY) o2 A3l L] pranss dalai cllias
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8- oxoguanine Jis ¢« DNA 44 jal duia o il ac ) 8l 30080 ]

7- methyl guanine JUac Jiall de gana ddlal Lead o4 5 alkalation A1S1Y1- 2

A g yiill sac 8l e de gane A1) ) Jia chiaa g 5l ac ) @l Jlaio 3

mismatch 4 s ) 2 @l G & o) 3 lass- 4
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(Short path repair) :3_uad Judlu (aly malaill ()]
128 Jory el dulee & s ool gl 5 A JolS DNA e oladl 1 Jaiy
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& 5P Al e I s,al 30H 4l e o)l DNA polymérase | adaul 5
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Gsd i) e Al Gaey sl AUS dads 3 Y Al 3) Lale 13 i) Al ()5S
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dabail o sany il e all die Juatinl) oo Ayl Gl Y Jie & 85
O et Al 5 Ly i€l dalal) elli e ladad ST 31 ) cilida LA 8 miliadll
S Al () peY) e danll ) sty allaill 1aa Al e cilay 3Y1 e ST o el
Xeroderma alall gUa ju & gaaS  Jbaiin) mboail) 13 oldll e 3 a8l axe e au
Opbadll GalasY) 5% 3 mpnaaill LYY (g 28l A sal Al pigmentosum
Aol (358 2233 (i 3 i all gy
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Laypd ol LS e 5l 050 Gerp el £ s pasadia mall gs g sl s oS
S Ao g Aasadil) (568 Al Jady 4nsll) bl Gl ~Oal (Say 3 DNA
JYA e el il el e Jesd cphotoreactivation (Al lsdidl) e
2300 a0 Jsb o daiadl Al Jady baisyy A photolyase e a3 dalled
ool A1 5h s si Waes ¢y 6 500
Gof iy e Al Cpien sl Gl FMa) s munaaly gl il Jeli o s
DNA  Glay) 48 Lag 5§ diee JSa0 @y (T=T el Clild Lals) dananll
LAAL ) LSl cpar WIAD JS e L 8 5Y) 138 J e &5 . DNA= polymérase
iS5 e Aailil) gl o 5)) LS& 8 gl Jarion 5 400 pall 4B 3 ga g 8 Jany s A sanl)
O Sl 13 0 Y g sl il e (sf Slasial 50 ¢ bl S Cilaaly UL 3
By 3o Cahall o s sinal ¢ guall duald 4 g A8l ) g0 Jagl 5l ) jUads) Caasy
MJH\ UA\‘)A\J\ U (e uj.tl.u u.aﬂ\ J\‘)SY\ u\ ul.uu‘}[\ dic L_iLm\JAS\ (e A.\Aa.]\ iy
Photolyase @l (e duaddie il sl agaa] u;&
postreplication repair : cielaill s yall z3a) g 43 -
(sl JSal Balef) cieliatl) sy bl -
genetic  recombination usiladiall sl JS il sale) Ta e A0V s s 2 aiad
die 3 ) yalall DNA dakd Jas dapaall o) Al<iall DNA 4xdaé Ja3l homologous
a7 a 58 (lesion) thymine dimmer caelill 433 e 4y dall DNA 44 ja caclial
2l DNA Ly (8 asud lllia (588 ) puall dadaie Jin) alee Calitiuly DNA 5_eb
Lasaal « DNA ity 0S5 DNA cieloai (e 4uilill o sall 5 el 45 Jilia
)M\&M@mj)d\ x\}ﬂ\cﬂuj\ﬂpwéwjbd}Y\jﬂa&
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a8 5l e La¥) DNA Ly s gl gl e Jilaas Juaboty 3 ) paiall DNA 23 3>
Jay 155 Cpadldl) A0 e 4 sla Lanas) DNA (it ba e Jgaanll 2ty 1388 5 ailil
DNA 5l oy 33 ol 53 Ladle oy dn o e 4 gls cs)é‘ﬂ‘ua)#‘}\—yb}céam
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Now also supose that this molecule is being replicated. DNA polymerase 11 will be unable to
correctly copy the thymine dimer. Rather than stall at this point, it may simply skip over the
problem:

\ %kx
Y

It is now believed that DNA polymerase 11 (Polll) reinitiates DNA synthesis downstream of
lesions such as thymine dimers.

a7

Now, we are left with two daughter molecules, one of which is complete and one of which
has an unpaired region containing a thymine dimer:

3 T 5
£ — ——
3 5
5 3

This cannot be repaired by the usual repair systems. However, the exposed ssDNA can be
bound by the RecA protein which can then catalyse strand exchange with the correctly
synthesised daugthter molecule:

3 T 5
5 3
3 5
5 3

This intermediate contains two Holliday junctions which can be cleaved (resolved) by the
Ruv proteins to give:
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3 T 5
5 3
3 5
;! — —

One daughter molecule still contains the thymine dimer but the opposite strand has the
correctgenetic sequence. The other daughter now conatins a gap but this gap can be repaired
correctly by the usual repair systems

S al) 5 sS4 gn 8 i oy Y Ailee Al vie Cae Ll il gy
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