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strands apart.
RNA 1 56 5,008 Slstre ata; Sladall i3l ashs
EJ Primase makes a short
stretch of RNA on the
DNA tempiate.
St pall ‘A DNA ) odageal<gs 1] eesls: DNA ] a5 dy'ag

IE¥ bNA polymerase adds DNA
nucleotides to the RNA primer.

& Qverall direction of replication
SR | o= Cecon ol P
= 5

[Ell oNA polymerase proofreading
activity checks and replaces
incorrect bases.

5

3'+— 5 slasyl; sadmad LSliad 3l o, 3
Continuous strand

synthesis continues in a
5’ to 3’ direction.

|l|r3'
5’

B LB add JoE e f <) 3Ua)
3'e—— 5" slasy) <3 43Lajal ALLLL
E [ ——
Discontinuous synthesis Okazaki fragment
produces Okazaki fragments

on the §° to 3’ template.
Hlllmllunlu@lﬂzﬁ

e

RS ERNE AR AN AN
DNA 21550850 Lghatids Slaizal) AL 1 Hals: DNA D o33 asls
e e, aa SBISH adaB by S a3) ashs Lade;
El Enzymes
remove RNA

primers. Ligase seals
sugar-phosphate backbone.

Lle b dlaludl Ll clagi¥ly DNA O dislad  Jalw :3.4 JSl)

-

as il
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-(DNA repair system) DNA 1} #3la) 4 shaiay Ae ganall 538 auil
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@ Teams of enzymes detect
and repair damaged DNA,
«— | such as this thymine dimer
(often caused by ultraviolet
radiation), which distorts
the DNA molecule

@ Anuclease enzyme cuts
the damaged DNA strand at
two points, and the damaged
section is removed.

Nucl< l !

| € Repair synthesis by
a DNA polymerase
fills in the missing
nucleotides.

DNA
polymerase

3

5

) DNA ligase seals the
free end of the new DNA

* |to the old DNA, making the
strand complete

Gt Al Gl e 255) (el 458 o3
DNA I iy sl Al (At

co

(Nuclease) JuiSsll o8 il a5ty
Gk 8 405 DNA ) Alls ey
Jaghdhda) 4y,
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B3l ol gl SN Sy 1)

DNA J 4iai all el b Sl oy Jayys

29l A5l el e LS 8 Al Baal)
ALIS AL JCial 40450 DNA J Al 3

Aylaial) 8 cladadssll) Juatin) e DNA Q) alil 23al Jaly 4.4 JSEd)
AaEDU DNA ) (a5 Jads aaad AN Caadl) 4ptia Jha daaall p& 4] cld g

148kl cilagadl) L8 DNA ) dislas 4.4
Replication at the telomeres
ot Aiplall ilepul) g eclganally Al salal) Jomd 8 le 585 LS
Anld A S e W all Ak Gl e Bl Ay rmall G
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Ne 4 Sy dime Gl Aalp ()hSE DNA (e 4yl Clagudl) (585
OsSams bl DNA D) bl gf il aaf 3 TTAGGG bl il
Sl 1 Uall ey JAATCCC (o Lacia Jilial) Gl e Judosl
A e Wl 5ys o B sy S GUAI Sl clally sl
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Ll Ol dohas Al bl A of Lags - cilpdil) 3 48 01< 500-50
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5.4 Jal) (3

DNA sequence at
Al end of chromosome
J— w A

) )
< "R 4
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-~

3 T RGH i ‘,..@‘ e -'. A A' :
3 A 4&';! ‘\k -J“u;
N - . T o | .t

toward 5S'-TTAGGG-3' end of
centromere F-AATCCC-5’ chromosome
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54 ey 3 2 Ty 3y Gysiaadly gl LRI (s Che Ll oy Lovie
S sl CGiloasall Glal) g oS raall Jiles S ik saa) b
s 57 o lay A (el Jall GUall) Jilaal) sUall dually W . il
it iy il UySY LSy Lz Shial) Gl gl Caliayall Ll 568 37
4l 8 e ) (Sl cadaliia JS SHISH alad Gopla e Shiall Ul
Ehall e e aiy ol 37 Al die Aeiagiall Lald) o Audyall A Sy Levie
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Sangy (Ol e Ayglal ikl ardll (o gl dibid) ilgiall Joba b

ccaliall s3] Cada
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Linear DNA (B)
Telomeres B In linear DNA with multiple origins of
» T replication, elongation of DNA n adyacenl

replicons provides a 3"-OH group
replacement of each primer.

Lagging strand

Leading strand
Unwinding
Pamers at the ends of chromosomes cannot be |
replaced, because there is no adjacent 3-OH
| to which DNA nucieotides can be attached.

_there is no 3 “OH group to which DNA | Gap left by

removal of
primer

it v o st ey
removal of primers a
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Telomerase resolves the terminal primer problem.
Parental strand .

Wa
;}?gggTTAGGGTTAGGGTTA
u-l-LLl-l-l-hhhbs\ Incomplete, newly synthesized lagging strand

NEao
o Telomerase binds.

TITTIT I ceT s
TTAGGGTTAGGG Telomerase

A€o

&) Tclomerase
extends 3" end
(RNA-templated
DNA synthesis).

Bound RNA
template

TAGGG
ATCCC

T
pEpA
é&!_-&.eﬁ“s.

=1NEo
&) Transiocation

and franslocation
several times;
release telomerase.

g ey 3
TTA%GGTTAGGG TTAGGGTTAGGGTTA

y
5-

=NEo
@ Repeat extension

£ 1 Ea
Completion of the complementary strand
by DNA polymerase (DNA-templated
DINA synthesis)

polymerase

Obaiy) dis A yhat) cilasedl) aiay o Shaaskill) o) Jao 4 idagy 1 7.4 JSA)
cgsid aludil JS B el e
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Mutations and DNA repair
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RNA 1) & 230 cladsl€gall J) Codon julll mllaias jaly il
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Trp
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A)
TTA CCG GTA ATG TGG GTA CCC GGG

DNA AAT GGC CAT TAC ACC CAT GGG cCcCC

RNA UUA CCG GUA AUG UGG GUA CCC GGG

Protein Leu Pro Val Met Trp Val Pro Gly
T

B) |

TTC CGG TAA TGT GGG TAC CCG GG
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oY) L5 Bk ugan Aai e ofig ) :4.5 JSA)

RNA 1) 8 Jalg Ul (58)5a JSa disal) palaa¥) Juded Badl . dapdal) Aa) (A
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gllal oany aghy slly S Jaadhy sl 48,000 5lhads RNA
Aadad el afilall e gl 138 3 (RNA) )l g5l (raead) Lalail JS
daliay) saady RNA U (e asls egin gy il )l DNA )
Glia Jadi 8 ) Bajie cpa alia) saa gl ; A< 8 L Transcription unit
RNA IV ¢ g3a Le 05Ss lls afihal) (o daal) b 25L30 g8 LS 5y5laia s2e
Nae 33e cilial T ja sl
RNA il g ldaal e (1) sdale DB ) L) ddee apdi (S

il RNA I eisin Huaty ¢ LVl elgl (3) 5 ciluladl ) (2) ayas

7.6 Jsall
b LS Ll plallad) Jeind LAY e iyl vie #(1) Nl
:8.6 Jsa

& O @il A 57 Al olaily & ) 3hlid) Hlaea Upstream
.DNA 3 i RNA 1 ¢
& Opre adgal L 37 Al oladly am Al Slalidl) :Y3: Downstream
DNA 1l i RNA J ¢ 5
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=ifo
o RNA chain initiation
RNA polymerase

5" end of RNA
<\Eo
RNA chain elongation

Growing RNA chain
<iEo
o RNA chain termination

Nascent RNA molecule

LU DA Jalual) 1 7.6 J&d)
s1¢3Y) Aaja (3 <Elongation 4Uy) Aa ya (2 <Initiation s a) ddaje (1

.Termination

Gene
r = - = -
Promoter RNA-coding sequence Terminator
Py l !
5 3
. r - e — - i a 5
1
p Transcription Transcnption -
Upstream intiation site termination site Downstream
of gene of gene
5 3

RNA molecule

2

Y5 cllily Upstream faa cldlil L ade gas :8.6  JS&)

.Downstream
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43)s @y (Multimeric ¢la¥) aaie diea (455 Shaadss RNA J c3a ()
<& Subunits cilasg Gued (e s Ly o5l 480,000 E.coli xie
092 2.6 Jgaall sy (Holoenzyme a3yl Jeas JS&8 Ay 02BB70

&_\\J:\A)S\ Y %) dS

Ngailags Shaadss RNA D cgia cilisSa :2.6 Jgaal)

O sl B saussll Wl sl

dihie 3 DNA 1 Ll Jladll dllici | adge o ggini| 3 Gl

il Lyl kel (i

s Vs L) oy b Laid Lo i 25218 guilly =Wl

pilie et 68 ALY) sk 4 )50 1 )l 02
Glusgll Jaulgiy FLal) s amy i gal)

ALl Al (el sadl) 02BB°
Al Gl O sangll dega o5 Sl
RNA 1) 23 48 4asiy paaadll

o LI e

sl aldly B AL sy 19k 1.1.2.6
Initiation phase in Prokaryotes

tlshd EOG el Hola Cpanaly
Uavasdl dihic ) Holoenzyme i lysedss RNA I a5 Jal€ Lol .1
.DNA 1)
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IS Al 3 cdnds padlss RNA I oy ol DNA 1) 3l Ll ol .2
RNA I Gl g lilaal 22l 3385 (580 Cilayall DNA ) (50 1 il
Al ClafiplSeall aay e ApkEll LSkl Al adidl
.Ribonucleotides

Glas S sall pu Phosphodiester jiuy) 46l 4, sl ool 5l JS&5 .3
aaall RNA I dludes 8 1Y) ALlall 2

g lbia) DA (maead dilie 3 Uagje Holoenzyme aiy! dess i

grius 0 Jalall ) af sy (RNA @langdSs 9 ) 8 (e ddlse Al

ALY sk 02BB Ay

1(2) ~ Ol

s+ Al e bl RNA Al 57 dyleill 8 ansilen J4l K85

Jsl ) sl adgad 2oLl sl ol W 37 U 50 oo Lila) il

DL DNA D pghn 3 elldg (=) dnbe 5)L30 818 57 dgall e (ai5<

(I+ a8y wbislSeill J8 (6f) sl afsal AGLal CladplSol) Gl )

o) 3558 pll any (5f) sad) wise ) @llig Upstream fasla culilull,

9.6 Jsal [Downstream Yy iy (1+
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5-4-3-2-141 4243 +4 45
DNA 3 @i I
Promoter sequence | Initiator sequence Gene-coding sequence
Ceall Jaall Judodl

adsall ) La CLM-\N‘ f--LIJde
transcription

Initiator codon Asa il ey (igass
M43 4445 AUESmc - - - - - -

Jus RNA s55» m-RNA 5'— [TTTTTTTTVRRELT 111
RNA- Gu s YA oy oL i

GUall B Lglliag Jlupall RNA ) o ga B cladipl<odl) ads 9.6 JSd)
.DNA 1) (0 d8Layal)

s E.COlN ra A Cliaasall e clial (ganslS gl  JUE) aaas o3
b oiBliie gihie allia of L (58 ey Lad o) o3a 4l Y o
ISl LVl g opills 6 ansll Bl el QSIS Ciliminndl gen
gisally —10 wisall b Giibaial) e JS Janssit ) colafi sl ol 285 .10.6
—10 dalidy plahid) bl ed @iy lal) ey adgd 4 =35
Lladl clad ol eilly oushid) culs clafipglen el =35 dalidlly
ALl 8 GUBEAY) (e a9ag (e a2l ey «Conserved nucleotides
Sl eCiliamaall clie G Lad cplaial ool e JS 8 cilag sl ol
bl (mmy AN Glacasd)l 8 @i ae legie ddhic S
geadll) AgUaiall Ll e Ay € JSG AnUsiall duas S sl
& Gl w4 .Consensus sequences (s Yy el e

& Non-template strand lajll e Sl 0 —10 dakl
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G sangll Cayti TTGACA —35 dabudll & Glliall il (TATAAT
ety iVl Jad) =10 ) Jeasy cpn & =35 ey Jasisig Yl
AT G A el Ials )l e € ) DNA- il Ll ) lé Zilee

(Jasa ol

Transcription
—10 sequence _ ——
Template strand

— 35 seqguence
—N—

-<— Upstream sequences ————— = Downstream sequences

Localized unwinding

E.coli b adgai jaina iy :10.6 JS&)
SOl diy fang adaal) e ~35 Jududl) dilaiay jhaadsy RNA 3 a5l bagy
¢ L) Ao 88 (paia ¢ L) Ao fas AT 4al) — 10 Juadeail) Aidaia & DNA )

N3 =10 Jeadeal) il Ay 71951 At ) Aad (00 gga 8

sl abily A Alay) 5k 2.1.2.6
Elongation phase in Prokaryotes

Rewinding Ly, salels Unwinding «lé Zuleléa RNA 11 )i g0 aai) elliag

DNA Il 3l liy RNA 30 3laalss il asis Jheinss 13885 .DNA il
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fa DNA J cigin o ope A adls Laghay) 3alely L) aliga ol
Aala) 25 3 cafiglsn by 18 s E£.CON b g Lty delis oo Joussia
& sl Azl RNA I dlude ) 406 JS 8 Ly T gl 40 g
Jo dish gl Caliayadl DNA 1L Al RNA ) dlale Lgp ¥ . Jshll
ot 28) i sl o auday (g (AD Vg (L) de i m)la 0 die i
Aaiall 12 I puil) aa e (S5 Adaipe RNA I g (R 21551 3
11.6 J<all ALY dlee (ge Alage of & Ciliayall DNA Y s 3 L

Ste for g Movementof A polmerace
honckosdebibosphete =~ =ememmmmmmmaeeed >

Growng ANA chain (rowing ANA chain

Y
JaQ / RNA polymerase L_

BTN

ROVVARY; - NVVRRIMARIY;
/ . \ DV el / wObe "
Rewndngste  Shortregion - Uninding ste Revindng ste Unvidig se
0f DIVA-ANA helx
(1) RNA pqumerase s bou_nd fo DNA and is covalently (b) RNA polymerase has moved downstream from its positon
extending the RNA chain. in (a), processively extending the nascent RNA chain.

E.coli b 3paslgs RNA 1) 3] Adaluygy #lacii¥) Ald) Adaje :11.6 J&)

b 37 olad¥) 1) 57 olad¥lg 2l aBgal dai Y35 Sarlsy RNA ) a3 &ty

440850 RNA )

164



o) il L;é tluﬁ‘i\ slgd) usk 3.1.2.6
Termination phase in Prokaryotes
sley) 5lal L) Al RNA I dlale Jeai Cpa L) elgdl Juany
RNA 1 ¢ g3 ) ake gLyl daae K@y laxie (Termination Signal

E.cOll afi) s A L) Glgial Uaci aa gy

.dependent Termination
Rho-independent 4 Jiias RNO Jalall Jeo adize je o) Jale @

.Termination

i Leain GC L dge ddhaia e RhO Jalall (e Afiil) cilgiall ggind
o(ibayall BUall 8 () 5680 un) caadilly sV e ST S clasi < g
s o) dglie s e GC o aad) Judual) cally 12,14 g
LI - Ll yie . (Laliiey 4p5lia 3K Jas o (Bla S (8 2 g dafi ol o
Lo adli dyglie ol e gging RNA (3Ua Lgie zi 4liall DNA
Hairpin® =il Ldley ayet dany S8 4wsy BUall Jaly 3ydle Lo
Jsh Jde RNA ) Glpads egin 38a 2l hile 4y Ay .structure
o3gd 483U gl o Loy AIY) Gile) ) (ca5: Lae Ciliayall DNA )

DNA J; RNA 11 Lad G ymel) ol Il 5,88 ay AU 5 dye dalaidl)
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lee Gl Ggie LtV dina e 0)ya0y RNA ) lSa) Jeuss g3l Cilia yal)

2.6 Jsal) g laay)
Jiisdl) o lgY) 8 (e Lol Alilea RNO. Jalall e aginall s lgiyl 407 )5
elgl adsal dplly aala el Ll dgy Leaf Oy (RhO Jalall e
RNA 1) ¢ g3 RNO asis sl Jalall Bl g COUAY) (68 o815 o LtV
sl RNO Jalall @haty Cum ¢ 3l ysadl s RNA 1 duwailly (Tanas) Golos pise 3
s ) 50 slasVL Al RNA 1) dluly Jsh e e RNA )
gy W)Sy Gl el Laile 4 ) Shsedss RNA D diay a5 37
e O Al Ay ned) Ll ) GlSay Ay RO daladl 40 el

L) Sias 50 RNA I éllyy 1) ;ne DNA 115 RNA 1)

Jlusall RNA ) &g Laajilly # i) calis 4.1.2.6

sl by A
Wl ailaiadl Jayall RNA 1) @ysis dea il lidee fagi el iy b
RNA 1 il g lilacal Gl Layy canti RNA D g3 Lol g of U
OSap 4dld (37 olat¥) () 57 o ladV L Jiasy @llh S LgS)55 Lgfian yig Jlusyall
bl HSED sl ey adnii RNA 3 g gia e ol ol @laall o3gd
Cadlally 313l Lad DNA I s gims (el o Jimd ol ansr ¥ (o5l sl
aaaind Lgld RNA I gl 0o 57 Alell aadlacsd (o jmany 13885 . go5il)

S Ganlly £ L) Galiis iy @) 3 il gl CileayeS
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el alasiinly Alalall jgeall (oany Glld pelal My gl il A Jade

Inverted repeat sequences

S — Sy o § £
5 -CCCACTGCCGECAGTTCCGCTGGCGGCATTTTITTCITTCTTTAATGA -3

DA 3 -GGGTGACGGCGGTCAAGGCGACCGCCGTAAAAAAGAAAGAAATTACT - 5

DNA template strand Six adenines

<1Es
€ Transcription of inverted repeats

e r o e o e 3
CG CTGGCGGCAT. .
> P b TTTCTTTCTTTAATGA 3"

i —— —— 7 C
5 -CCCACTGECCGCCAGTT

DNA _. ==
3 -GGGTGACGGCGGTCAA G # CUGGCGGCAURA AAAGAAAGAAATTACT -5
C GACCGCCGTA
RNA 5 - COCACTGOCGGCAGY P
A ALt © Transcription of six A’s
and rapid folding of RNA into “hairpin”
— CCCACTGCCGCCAéT.T !
3 -GGGTGACGGCGGTCAA G
RN
transcript 5 - Cc
hydrogen bondmg
Hydrogen-bonded — %
hairpin Sl
<\Eo
® Release of transcript when
RNA polymerase pauses
after hairpin formation.
; —— e ¥ P iy o o . nF
DNA 5 -CCCACTGCCGCCAGTTICCGCTGGCGGECGATITTTICTTITCITTAATGA -3

3 -GGGTGACGGCGGTCAAGGCEACCGCCGTAAAAAAGAAAGAAATTACT - 5'

i UUUUUU - OH- 3°
RNA
transcript 5 -

cCcCACc

NHPOOOOOOC
QEOHNOOHOO =

Rho Jalal) ¢ Jitaal) #luai¥) ¢lgd) :12.6 JS&d)
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o e TTENSCtON i st
——

om RNA pafymerase
9 : mRNA
1

4 Growing polypeptide

Gene transcripts (RNA) being simultaneously
translated by many ribosomes

o, g ?% - RibL\sl\mus Ry
Yo

‘ ﬁ Loy

™
A RIBOSOMES

Transtafion

Lo sil) by B Laajilly Fladi¥) Gali :13.6 JS&)
57 4Ll o alail alubyyl fag ewiiadl RNA ) Aluda Jgb aba) aa
37 57 slad¥l Alea i fasg RNA Jf ¢ gjad

o) ClLidss ‘_,A RNA 1) dallaag & L) .2.2.6
Transcription and RNA Processing in Eukaryotes
& Ablae (RNA) o)l ol Gaeall plilaal dlee o e a2l e
) e s ) e ST Ael) oY) sl a5l Sy

RNA 1 cliyia Jaf & il 8 RNA Y g llaal & ool cilida

168



o Letans 2l 402l ((Jg) Ladbsion ) cliggd) ap Al Jlal)

(b)) @lag)su))

shayall shaliadl e sqill calily 3 Jlusad) RNA I cliha (s5iad L i

MRNA  cliall 3oy o2 RNA ) @liia edig ¢ 5T iual

Glaldiall e edaall Aullall pla ey e Sell e Multigenic

ol 8554l dilaial) (o5l a3 geat (Flid) 3l 1) Transcripts

.mMRNA Monogenic (pall samg e g e Y saals

SOl BB () i) 3 A Sl el GALI) plans paads

Lo el sl (adlis LAulal) Ledliginn ) sl e Ll Jad danlld

:14.6 Jsal ki (L

RNA Jl e g3 00 57 Al A oysilse diiae =7 (o4 Cap sl dala) (1
575 Apliugd Ay Gub e (Sl Jlaal)

&) (2850855 200-20 Jsky) Poly (A) tail Jud¥) sae Jid dilz) (2
hall e algn Al Sadl mRNA 13T 4l

ligigy Lol ans) Lodlsindl ) RNA I U85 Jigaiig leall Legiasda

U dgaladdl SLISgsn )l clayiily elymill e 43 315 4 MRNA Al iy,

(Lol I alisy RNA D) et e PUA @l s RNA

- S0l MRNA D) =l Lgallly iy i) @l Splicing Jass ) s (3

Lo sisd) ) 258 ali MRNA - Y Jsay ol MRNA 1) dalles any

5 Ly o5l a3 Jluyad) RNA I jee Janssia alyy i 4ian i o3
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daid 35 5 AL gl clgly & RNAY jee angio pfe e cilels
& RNA I e (il iyl Blsy) ) J8) e Liia @l sy,
s ssil) RNA Jslll 8 ol MRNA I g sane ands (sl Cliia
5 il e hNRNA S Heterogeneous Nuclear RNA yilaial)
LJshall Alite g ) e Lgilginl 2ilal) sa5asall RNA I ciligia JIskl 3
RNA I Ll OS5 Lol ddee Jaaill 3y Shaaidss RNA 433 38a a8
sl ilida 8 el RNA D e g1l 5-3 (e dap oosill @l
ol (Ot Imadal) ams 5padll Hlad) adys N pas e Sl iy
ol lida aea llich . Gluall (o aa0 Coiea F Ll e S 3483 .3.6
10 Sl lgazens (RNA POl LILI & Zuusy Shaedss RNA cileyi) 3
s ol ) dila) L E.cOl die g Lao lagas ST ay ST cilam
) sl clids 4 RNA Chlpads pea glias sl @lilad s
¢lhual lag s Transcription factors &Ll delse e ciliss
.RNA 1 Judb
o) culitda UA sddl 49k 1.2.2.6

Initiation Phase in Eukaryotes
claas gl FLAN L el (goill lida A Slpede RNAD Slayiy oSa Y
0S5 DNA I b Gacmsall dilaie ) L) dalse L) e Vsl Y
it F L) e ds Shaadss RNA I oyl Lol J nliall el dias

Adlide Ll Jalsey ciliacana Shalss RNA Q) Cilagy
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Intron

Y—Aﬁ

LN VNINONONONONTNTNTONENTNON TN ON N7\

pre-mRNA

1 Transcription

o

N

0

7-Methyl guanosine

. etk
Wi\CH, —0——0 tg" —v—", 8 ase P
oo b (1)

£l
0 “0—CH,
O:%—D—n:ose etc

y Cleavage site

5'cap
olEo 3
© PolyiA tail | -AAAAA(A)_;00 AAAAOH
is added.
5'cap 3- po\I;('Aj ’tail
' Eo
o Intron is
spliced out.
Y
5'cap f 3- poly(A) tail
Y
mRNA 5'cap mem = 13- poly(A) tail

Pre~ Sl Jlusall RNA J) ¢ gia o Tl Al &l cdbail) :14.6 JSi)

.65 cliga 5 mRNA

Jfisa=7 5 guudld d3L2) Ay () MRNA 1) (e 461865 30 i La 2 Ludil) 3aay

JE) pae B Gl 5757 Aaliagd Ak @b oo 5T AL Y sl
o ) MRNA ) L) 4 A (4531855 200-20 Jsky) Poly (A) tail
Bl (Rl ¢ sll) Leally cilig Y1 Jad o il . hdll ye AgB A 37 4l
silly (Mature mRNA) zalill mMRNA ) (il Liany lgudany pa i guasy) day

Al Alae Taiy il ) g o) Lansdlygiped) 1) 515301 (0
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Glida 3 eedl) Shaad s RNA L cilegyl pailad :3.6 Jgand)
el
AAaia s3gay OlSa oY)
Ribosomal RNAs, Nucleolus | RNA
excluding 5S rRNA (4G polymerase |
Nuclear pre-mRNAs Nucleus RNA
(3)5) polymerase |l
tRNAs, 5S rRNA, and Nucleus RNA
other small nuclear RNAs (315)) polymerase Il
Small interfering RNAs Nucleus RNA
(siRNAs) (151) polymerase |V
(Plant)
Some siRNAs plus Nucleus RNA
noncoding (antisense) (&1s20) polymerase V
transcripts of siRNA target (glant!
genes

J8 e piladll Sawll Juadl RNA I sl say e ba 5S40
Gligs Glia e ebaall 4l zoay lg RNA polymerase a3
I il Aladie dadad B &LVl ead) i (Jlsal) aen s s
& el s we Ll Jalse sae e 1B Cllay 531 ,aY1 (DNA
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alic e POl I a3l ganiiiny Al ciliaiaad) (ol | (cavasal) dilaie
& L) Ay 41l Ao Janla daniasie 3y0ad Conserved dilak

RNA polymerase iyl Jé (e 4aladiul 5 Lacass 15.6 JSill ek
Ol LS cpuadll s A

L) ens B Gl ddeld B S5
]

s B s gk
- FLISY) ed 285a

Octamer GC CAAT GC TATA
box box box box

box Transcription
st:.n'u:«zrtlt_>

ATTTGCAT GGGCGG  GGBCCAAICT GGGCGG  TATAAAA
Consensus Consensus  Consensus Consensus C

i Nanda \gadlga pa (gl ciliiia ciliadana b Alaal) clg) :15.6 J<ad)
AL FladiY) ey abgal

Asiia Ll e U cuaedll ¢ua 4 RNA polymerase Il jadas jalic
sa pan B aga 93 Ady ¢ L) £33 gisa ) pladanall pualic cudl g TATA
GC (39 1,p Aoyl Ailas jualic Jaria TATA (50ia ay ol L) ooy
Aleld b g0 Lgd Ally J) e ALl (§5aiag GC (55aiay CAAT (§0iay
FLAY) pa B padanall

«(TATA bOx) Ll (§saicas # LV o2 afse Y @) ladl) Jil) ex
On @iy Giliayall ye Glall e agasall TATAAAA il (e Calgally
& Lage 13 TATA (saiall o35y coadl @ise G =40 ) =20 (ppadsall
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(CAAT S G3gaimy gladll JAY) jiaiall e Xy . L) ey aga 3an3
Sla; .~80 wisdll 1 adyy GGCCAATCT il e Calsall (boOX)
Akl gsauay (GC box) GC Govna L glal llah (s
FLal ead) 8 Gaaadl el b s s Al o(Octamer box)
Basic iulul &Ll Jalse sac (e saebus POl 11 &LVl ayy) callay
Enhancers <y jeall e ey gyal #luiil Jalse o ¢l as (TFs
Flaty) ey ddeld Jhaaty Silencers il
Gy Slaandl ae Lulu) Flal) dobse 56 e L] 4leld s
Flal dale N TF 3oy Gum (TFH(X) Jalsall 038 o c23na (afii
aladl g0 8 X1 5haalss RNA IV ai33) ) 115 <Transcription factor
Gfign o Adlgia¥ Gacaadl by Flal dale ol TRID Jalall 06
4aiis »» Jalse s TATA-binding protein (TBP) e TATA (3s2ial Ly
16.6 Jsill J Ll 5oL
LIS sl ) TFIB Jalall by 2 ey TRHA Jalall Lasiyy laoey
RNA 3 diee Jaji i (e 11 3haalss RNA 3 ayily Yl TRIF Jalal) Loy
Aiey . pacand) dilaia 8 lise Jadipall dinall Jol€ o TRIF ga 1 3lpals,
ladey L) cay aige xie DNA J) il Josd e 3,8 TFIF Jalal
s adgad Apaly Yy DNA 1) dihie Y TFIE Jalall siedll ) Lasiy
laghalityl aase ¢S15 siaall ) TFI 5 TRIH (Dlalad) sty & .5 Ll
<idll Helicase jlslgll ay) adeld TRIH Jaladl el csg e e
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te Obsaddss RNA L a3 oo Jays DNA LY 8Ua 0 dia s gl daals )l
aled DNA I il ¢l agiy Cum cdllay) sl Pla A308a) el Jsha

Sadss RNA I o)

50 0 10 +10 )
| [ [ | |
=2 Transcription
\ . startpoint
AL LA U LU LU LLLLLE
o1k
© 17D binds to the

TATA box.

AL

o TFIIA joins the
initiation complex.

AL
© 1718 binds to he

A1

o TFIF, which has unwinding
activity, joins the complex;
polymerase |l also binds here.

~ %,J

AR
o TFIE binds tothe
initiaion complex.

i

hﬂll! ot

initiation complex.

RNA polymerase Il

s clida B ALY oy dhaa S8 Jale 16,6 JSA)

FLY) 2y dhra S psarls RNA ) a5l Aalegy Fluciy) doles gy cullaly
TFID Ly Jals Jagyy Ladic dhaall 13 aand fay . Glaasal) ddhaia & oslud)
Jalge ki b TATA Gpsiall by (s (1o 4dlsia) cmss TATA (3 2iually
JSEN A ssiall Judedl) uuny Slsadtgs RNA 1 iy (A8) ¢ Luiiy)
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Jita 7 (e Bganild ;\éb'ap RNA 1) dlodu Ak} 2.2.2.6
5" Ll N TMG () gilsl

Aludes U] ing 436 L) 6 Sine (ga bnadss RNA D oyl iy Lalls
5 Aledl) Jaaed 2 L sil) calilad Lol oMlel S5 L Jiles J<i RNA )
1S4 TMG (o35ilse Jiisa 7 smaili il pue Sad) Jlusal) RNA I e
151508 52 30 s 72Ul RNA 1 Aludis Jsha iy Laxie A0UaY1 5la A Tas
(ASaill) bl o RNA I dluds dolany 5 gusilil) o34 o583 17.6 JSEN (Jaid
dadisy Jdalse sac oyl dyg i Ll LS Nucleases LISl cilayily
Lopdlsiand) 3 RNA 1) den i dlee 8 32e Lusalls

&éua;, Al jhé e RNA Q) Aldu slgd) 3.2.2.6
Poly (A) tail Jus¥) sae Jid

Shredsr RNA D ) 4l sy aibaadll RNA ) it 30 4l 2l oy
el e At 3 duledll e Yo RNA J) ks Jals caiiy) Sladll e |
2000 I 1000 a5 Fliil) ey cailll 3. 17.6 Ja oz Lyl
RNA 11 3* il @Y a3l Adgall 0 Downstream V5 ai gl s
Juiyal) RNA D) e Jeany . Jof) a0 43 dila) J geaalill Jlasyal
Olae L) adsa (0 V3 25000 30 ) 11 o5& gise i 30 Al 3
Gilsally g2 Julid e fadas AAUAAA s Jadl) ape b il

Poly (A) s cancay ¢ pladll aayg . uiiall 43led 2ie GU-RIich Jaul)sall;
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&V 25560 200 e adlgha 56 A (JaY) e Jid polymerase
Jssall RNA 1 g gim &5 e Qi Ay . latll e 505kl 3° gl
LeSlgiedl Y 5l e A6 3 Aaalisdly

a) RNA polymerase Il b) RNA polymerase Il

5 Glrich

5 CAP e
¥ AAUARA \ sequence
: 2 silEe Enaonucleolyﬁc
% : o Cleavage by endonuclease cleavage
v 5 Cag y "
" CH,-GoppNpNp ==
H, 5' CAP 3
T 3 AAUAM
2'-0-methyl transferase
- <o
CH3-GpppNpNp= © Addition of poly(A) tail by
5 poly(A) polymerase
Guanine—7-methyl transferase Y
GpppNpNp= o — A 3
> PP +P; Y
Poly(A) tail
Guanylyl transferase ¥
o S~- GTP
5'end of primary o iNoND

transcript

o ) Jlpall RNA ) e g5ad 379 57 4l e et :17.6 JS&d)

cesill @lida

Guanylyl s asis . 5o Jlayall RNA 1) ¢ 521 5" 4lgil 1) MG i) (a
5" Al b aiisilSes Jgl aa ddayyg GTP (ha opsilgad) JaLy Yl transferase
il By el ) 5T LN 5T gl o ) Al A)shugd ddaly
(Cilgll 7 05 A S jda 4dli) Guanine—7-methyl transferase
o AT Jdia ia Bale 2°-O-methyl transferase ayj ciway 1l
<Ol (AU A glS gl

s3> ad e L) Aajal topilage e 37 Ll LY Jif) yae 0y AL (b
AN b andi) halgl; AAUAAA aisall (e Y5 Aol Jlapal) RNA )
Jd 48La) poly(A) polymerase haulshy 46l 4a ) (Endonuclease
CGbad) phdl) sy Balgial) 37 Al L) JuaY) s
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ssisa i :(RNA editing) RNA ) a5 .3.2.6

Jluradl RNA ) cliyia A Slaglaall

Slaglad) LG (The Central Dogma L sl b ) daliiall lag
Y saley cuall el Adany ooyl I RNA I Y DNA I (e Gyl
RNA I s 401 Calias) (<13 deall 038 DA Eilagladd] (o (ol doaad 23y
ouad Al Jaxd Aalad) saclill el eliln o) 5,0 (RNA editing)
oyl luall Gl (gsina 0 RNA

A8l il Gan¥) (s i e (1

ool 4l Cada gl Adlz) e (2

King coyiy a0 ol il Gund) aa Jlasind @Bl e J¥) daail) g iy
Gl B yal) il Ay (52l CasfiS) Ylia Copuimi V) o34 agily . Tals Al
Apolipoprotein-B (apo-B gene) « — il (g pll (k) areca
it ) DU 5 - e s Y] (e IS 8 Lgie il Jlssall RNA
Ohsll Aax 8 awsall Gligia (ge Badse & 1) iy aall 8 5aga gall Dpeail
apo— cead Sl yall RNA I %5 a1 b cianaall (mlea )y g sl &1 Jie
303 oo b bl Lmea 4563 00 llse aiadl sl) S s B
i Ginl Laes 2153 (g cally Ly s laa) 8 4iés Jluyall RNA
gt b Cpysianall A pl€on aal Jeay elaal) 4l ga Glld 3 o)
dlac Cadgy Stop codon e g )y JSG Eusn Jaalyss J) Jlaell RNA L)

Gl 2y 1806 JSal) claan ) ol z 1) ) sams DL den sl
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Juidl RNA D e e Juluty Jasiy (g e dbis ) sl

s Y ol Yome 3sinad) o Arina) e sanall Ay o5k

TSN N9 A\, 8
Liver Tgm‘ff iption 4 Intestine
and splicing out
of intron sequences RNA-binding
Unedited deamlnase
mRNA
5 e C A A e 3 —— ; 13
RNA edifing:
oxidative
deamination
of cytosine
Edited
mRNA -
Translation
Y
~ COOH
b COOH
Ho N~ ( HoN
Apolipoprotein Apolipoprotein
4563 amino acids long 2153 amino acids long

2 Apolipoprotein—B s d jasall Juusall RNA 3 585 :18.6 Jsi)

REATPA (PP
Jdsky Ofign sl & (Unedited jjakll &) gl fudiall daasi oo gl
slaal) & Deaminase (ae¥) A1) cibayji aaf bagiy cus A il Laes 4563
@3 130y (Aanil) glas i Salg; 33l sag) UAA ) oLl Ysae CAA Sallly
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Gligusy) gl clida B dakiiall cliall .4.2.6
Introns <l Y|y Exons
bl g (ClismSY) A jially ASTEN) DL Suail) 25ay
bt dgag Tan ol 3 (1977 alall ) (cilig ) dan il pu g AALEW)
B omsde bl cpal Pre=mRNA - Jal) Jlupel) RNA ) 3 8335500
Mature MRNA il Jlaydl RNA 11 é dgle, culYl . globin
Ilaisl Introns culis iy Lesle Blal cLoidl siand) 3 an iy (53] Ly (alsl)
Sle d&l:.\ (s> 4 «Intervening sequences dlalyidll Bl el
lgie i) el ad Thua EXons cilisnSY) cdlulal il
Gliall gas) 8 @lig iy 8l uaad Sa Expressed sequences
cusii Cpall DNA se zealill Jlsyall RNA J1 Al (angs e Lggsad Al
Ly DNA Y s aaf Lals (pumgs dag s eaalil) Jluyall RNA ) 250 3)
Loops (gyall e 220 yseds ) Gy (o . asial) Abudis oo RNA 1) aie Yo,
D bl Jagiys Cua clig iy aae ladae (gslawy DNA D Loyl )& 0
g Y bl Ay gy LS pe o ealill Jlupall RNA
.19.6 sl DNA D) ¢ gia zola 55 lere g Y A

e Gsi el xa L Blig Y de gl cliia 8 Gliall piea (g5ias
LAl ablally clilgadl & lgagan Y Al el alig i) e dygladl calial)
I ol dsb (8 5pS 30l ) Sl Ga 58S (8 Qb Y) e 53505
ALl g Yy Bl Byl Ladad il pnSY) IS W sale
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gl gl (b) sl JSA aa (3) dgae Ligss 5y0a :19.6 Joi)
gl A lgie fudial) malil) Jlusall RNA 1y Ovalbumin cpa c gaagdd)
Jlesall RNA ) ¢l (o (o8a plita £ gia 98 ol Cpagdl) @il Jil) gl
cBludud zga aa (DNA-RNA Heteroduplex) DNA 1) ¢ gjay gualill
J8i e (A-G) cligysl) dagw JSall A gaw .DNA J) Dodu z & clig iy

Ainglall GhUd) @la 38 dan s gl Bude o

LS i Sl e YY) Y Tl 50 e il i) Jsbe 25l
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Sl caall Callis 8 (liss) 3 o (DAl gss5 Sl globin
Glual) 58T W.20.6 JSal) by 55) 25 5 Ggns) 26 (e opalill 2l Jalald
oo 2nlSen Oale 2.5 Wl ddy Al OMD s 68 QL)) (A Adg 2l
Osisy Fin ela ) DMD G b bl 505 .Uy 78 e Lilgial
.Duchenne muscular dystrophy  Lall

o o By Ay Chgyee e Sl U (gall eall o e a2l e
il i) ga DB daline a0 () bl LAIS AT ) 8 AV (53
Lepsind ) liall all pel) sl 8 e 505 -1

il (and dge g Al Gliadaas o (ggian

gdiall RNA Q) cliyia o8I 55a0 cdlulid e (ggia3

Y oo Aylally cilig i) 3 el cilall Gigan Jans

sars e Ltz Cliad) real da i€ Gl Y] gay pulh Diluiasd b

sl Lebyas ) cliaall JS] Al I sl Dla

T NN

human B-globin gene human Factor VIl gene fhitrdns
123 1 ' s N\ 2%, 2
i | (EE | SN g L 111} ] |
i 1 nn | BRI L] i | o
\|/
i | exons
2000 200,000 nucleotide pairs
(A)  nucleotide pairs (B)

sl cligsiily (el @slil) clisws) a0 mulag arasi 0S4 :20.6 JSal)
.(B) @il (el 31 Jaleg (A) Human B-globin iia (A
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RNA ) jddi e cligay) edlwlu A1) .5.2.6
(RNA Splicing)

g ) gsil) a5l il alane ggind cdilud) Ball 5 S5 LS
315 e el Jlayall RNA N #5548 U8 Splicing jpieaill dlesy 5
ot of Baall Sl s (21,6 JSall) Ayl Jd s L) 2y
3ns Apaa¥) 03 s el el (B i o O Slig ) Dl
leaal o cgmla¥) o e Gipaa o bl alge & clilll S i

Lapdlilly G5l sangl) SLhlanal

Gene
"
* Transcription
Primary 9" Exon 1 niron A Exon 2 Intron B Exon3 3
p | c— e . I i 1
transcript LS ¢ o ' = -
Codon n Codon n + 1
¢ RNA processing *
““eExon 1 Exon 2 Exon 3 .7
mRNA = 1 1 W |
& LA
Codonn n+1I
* Translation
Polypeptide L -

Bady . cligusy) by Balely cligyiy) Al o .RNA I i :21.6 Jea)
Jo¥) ipalSenil) 3pdlia aB i) B dady Jo¥) GousSY) Ga pAY) AiislSeil) ads
Ll apen o pddaill ddes Bblad iy il g (SUY G gusY) (e

ccilig AY) LIl apan Jajig clipusy) A dyaisls sl
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e Jluyall RNA I culiial Goaline 38y jieail) dilee 5 of cany
Jaind ¥ 4By Gans pe lpany ClisnsY) aa gra o s sl el
Raasill o 8 Salg )l 80l puad pne @l el aaly A i€ gy s Uadl
Aalie By el Al Sl ki UYL @il J ey
Gl ) dals 4018 o SOl (el Bl dlle s GhLE) a5

c g ) e liguSY) Sl adlse i
syl dabiaall il y) & I O iladll sam gl cal bl ¢ o5 ey o

o LS ) bk e T (el o0
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Sy sl Jlasiasl e Legh RNA I sldinad Fladll) Cilayal) 5 DNA Y 3Us
(DNA 1) 4T cpedll e Y4 RNA Y 4 U
RNA i g calig i) Ay 5o Jalail 2005 @llia of gl el
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I3 35 e (sl ol RNA I Dl ey il ) J (2
e ld ) el sy Yy 4wss RNA ) ¢ (g3a aulsia autocatalysis
A s day)

(hNRNA) 35l 3 3asasall sulaidd) Jspad) RNA ) oD laii(3
Glan o3 Ay L9 lisig p Lagy agll Gl Giishd 4l <Ol iy
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Aty g lls RNA D (e dsa Cilaizs :Spliceosomes juaeaill ¢hlosaa

I clia e spia RNA cliga e gsind 3 eclulll am aa )
s~ ) 4dlm) Small Nuclear RNAs (SnRNAS) 3554l (5550 RNA
Ay ¢ Jloall RNA I dagdls pini ilaje 22.6 JSE0 jels) i 5 40
hasad agedi (V) Sin Bgyee e Aleal) Jpali e DS of e )l o
Llee 8 U65U55U4,U2U1 oxic psall g55il RNA Y (g il
U3 o4& .Spliceosome jioaill i dies (o ¢ hal i€ DA o il
RNA Iy b Jasy Yy ecnluly )l A e Yopn 058 cdysl) 8
215 N U6 & aiplew 100 G SNRNAS Gliia aas =l - Jluyall
IS Lala oSly pa JSd SNRNA I cligs aagi Y U3 6 aiislSs
Small speall Al 4ol byl cxi RNA-protein lasxe

-Nuclear Ribonucleoproteins (snRNPs)
e om ¢l S ale oo gal) shd il ge (V) Al s
dgysied Ay S35 (G a (s5 0 ) (& Y asalS el g ¢y ey
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GO 27 sy sladll adse e olsll 57 oSl g i) Al
Cla Wy d8la dlajall ol iy (B0 37 4lell i Gladll
Ly sty args 05U 37 pieall adge sl 4plll dlajd) & LATP)
AslS ol JauS 502 (i) 45U Agyhu 8 Aoy e dygu (i suSY)
OsSY) B I ailSonl) Cling Ao ganay Sl oSy 8 Y]
SV 3lsll salad Dalay laali Jluyall RNA JI ladey oay 136, . )
bl e ey aB Cua Lapl sl
Glisig ) g Llaalg daasil .3.6

Translation, and protein synthesis
ol Copaile (DS Gilenl) WIS (L) ddee 3y Aaajill Ll S0
RNA J 3 dgenall (liga€ll) 560l o danfill ddee ol . il
ool IS s s iy Juds IS e Lled gtian i gealil) Jlssal
Al 8 i ull o )5 aes
Gl g yul) 3.,,\.'\,\ .1.3.6
Al 8 dage Jlsl Leds WAL Gl 5l (e %15 sl JSs
Aal (o Aude ) iy ane IS 50 cadall Glase e il )l
lae ddasi el AoineY) aleal) e dish O e il aae cally L calial)
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de ganas yn Anal Ao sana o (gt (calodl) i) aleal) JS el )

23.6 gl T JEN :\:‘S:’“S}US

5' splice site Branch 3 spiice site Cleaved
site 3 splicessite [ e,
(A o The 5' end of the intron s joined to the A
o SNRNP UL binds to the 5 splice site, and inthe branch site to form a lariat
snRNP U2 binds to the branch site. structure, and U1 and U4 are released
ﬂ 2
) 3
sl
o The complete spliceosome assembles
and cleaves the transcript at the 5" AT
spiice site, o The 3' splce site s cleaved, and the 5'end

of exon 2 is joined to the 3 end of exon 1
The lariat-shaped intron is released along with
,  SARNPs U2, US; and UG.

[y

Exon! ;’ Exon 2
b 3

Spliced mRNA

@35 i) ladin (1 .ol Jlusall RNA 3 it Jale :22.6 JS&)
Ol g adise M) U2l a5l Cigually st 57 4l ) UT
hif (3 .0l ST Ll shdyy phaill e Jals g8 (2. 09 AY) Jal
A gilal) duid) ASia ddi (39 Y JA12 AL aBiga pa s ghadiall (g A 57 Ayl
4y Aladipall dygail) clisig ) aa AT uadyy QuABM 37 Ll ol (4

Sl a3d) Aol gy Lagudany pos (oigauS) bay g
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e S ) o) (8 5T) Om b diseY) aleal) e sl il
Aty yae cVWAY S aaall L (Lpall (B assall g8l (g5 4 1000
S 2l < s 8 sl Slle 1.28 gsbass 207 8 7 Jsha
s Lpaal 5,0 Uag . 20" g4 il (s 100 Jsby agin ae eV WiaY

Al Wale (& AN 4isaY) (mlaadU aidsgllg aal) U

A) B) Peptide bond
Amino | i
grow | H|—' H:g;/ H O
i HN—%C 0 H-;iefl— — [-clr‘w —C—0H + B0
| i |
L Ry ] &, b IR
Sldegroup [ '
ey . LE v i W I‘—W/ J
Aminoacid 1 Amino acid 2 Dipeptide

o Al paan S gsiag dua (Audl) paaall Aalal) A0 (A :23.6 Jsad)
R la sdag gt 83 AlaSpu 8yaky Ataal By Adaina 4380 (1508 82
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1. Hydrophobic or nonpolar side groups

Glycine L-Alanine [Valine LLlewcine  Llsoleucine  L-Proine  L-Phenytalanine  L-Tryptophan
(Gly) (Na) (Val) (I.eu) (Ile) (Pro) (Phe) (Trp)
[GI lWl
H—N—?—C—OH H—N—?—E—OH y»f& H—N—?—C—OH %m&ioﬂ H—N—?—C—OH H-N—?—C—OH
CHy G O Chy CHz
Gia CH3 Cﬂ CHZ\CHg ;i c=0|\+
CHy dy M
2. Hydrophilic or polar side groups
-Methionine -Serine [-Theonine ~ L-Tyrosine  L-Asparagine  L-Glutamine ~ L-Cysteine
(Met (Ser) (Th) (Tyr) (Asn) (Gln) (Cys)
M 81 N [ [C]
SR,
b | [ % by *L ok
U CHy H-o-cu, CHZ e
O c—NH2 ?Hz 8
S—CHy 0 ﬁ‘NHz
o4 0
3. Acidic side groups 4, Basic side groups
L-Aspartic acid  L-Glutamic acid L-Lysine L-Arginine L-Histidine
(AsD) (Glu) (Lys) (Arg) (His)
K R H
§ i ‘ z
=
H (N
?HZ M K ) bl
COMH Ch U “N(H
HaN-CH, th
¢=NH
Nt

Aidy) aleadl day ) £ 153919 Ailiassl) A3 :24.6 JSA)
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LneY) aleal) Calil) da s*s :Secondary structre Ayl aadl (2
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iy e Al e 8T e (g
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SO AL oy )y ¢l yild (g8 s o Lall AU Jaglg iy ALl Clia )
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CalElY) aglay o oig ol oSy 4l 438N du)) c&<s, Denaturation
Clwlally ed ) Gl Gae sales S LS elll,
leale S Al ALY Al Al awss el J<all 3G, Chaperones
Blias Ylia ¢ lpend) il 3 3gmgall (aall i) usle sragl) (550 Jiay
25.6 J<al) (e ll 7yl

Aiul) wae g Jlagal) RNA ) o dodadld) 48Mal) .2.3.6
e JS (A il Alase e Lglatieg cliall G Linear duplas 283l (<
205l e A (e sSall (Ahsll Sabll G aaaillys cosll Cilbiiia g Sl
Gl bl Adadl) A0 culd] S A GEleal) e IS o
Oanal L] 330 et P e Wiaf ) disel) Galea] il
bl hall 4 Jdalall gl 2aadey DNA 1 Mutating aélas
o omlly 52l ol il o Tilie LSSY) IS Cum cjaladll iyl
& 7o Aohaall ADL sda jelais . yakiil) s e 0l Y (aeall
i) (alea S sha el Dy Juaii culig il YY) g5l gl
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A
) drophobic
- H:ttefacbon
B)
Primary structure Secondarystructre  Tortary structure Quaternary structure
(a helix or beta sheet)

m&m frglobin polypeptides

Hemoglobin molecule

TRRWER uwm'wuw'hwwwuuwww
W %a‘dw“" ALl A alasVIOn AL Bl pally (o0 gty plall A T gy ALY Clisdl
(Jj‘!\ @) AL (i) VLS (s

LY i) (B Lotgull LAY Lol Ak haufg)d glef (A :25.6 Jsdd)

cslaad) adll @S (A agasall Gnsldgangdl Cuignd Aamllly 4NN, 4 gililly
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DAl o3 Adad (osill s Clim b Ol Y] agmy L Y celld ae
oaleal ae DNA J) Loy pis 6 55 yall collliall S5l ) e i i) s
el Jlusyal) RNA D (6580 30 zgaiagy el Al 038 2525 AyinaY)

26.6 J<a) i) (mlaa) bl ¢y (clis syl A e

Coding region of typical uninterrupted prokaryotic gene.

B : ] B .8 4 G @67 8 9 10 Mwl? 13999 15 308302 33 304
tr(']sletpa'" i AR A A Ay Ay A Ay A A A A K A N A
iplets in -

\ ' 1o
coding region ; 0 Transcription

o1E0
* © Translation

Amino acids in =

i .L a7
polypeptide |aa;raa,~aa,~aaaa—aa, aa 7-aa-aa ga,o a3 aa;-aa;;aa; a3; ,c-/aa aam,aa303 ol
gene product

(a)

Coding region of typical intron-interrupted eukaryotic gene.

Exon 1 Exon 2 Exonn
- 4 1 3 Intron 1 T 3 1 ) A '
: m2 3 4 59 6 7 8 9 10 301 302303304
Base-pair AL A A AR T £ FUEA A iy Al A Ay Ay A
triplets in ”
coding region o1Eo
l o Transcription
Codonsis. = 12 3 M, 5 6 intron 1 7 8 9 10 301302303304
s Am%-%ﬁ%r—’%Arm—Aquﬂ—m—Aﬂ.-mA
transcnpt AEo
l o Processing of gene transeript
Msld3d'4 046 9 10 301302303304
Codons R A AsiehalEAS A‘r A Ay A Ay AR Ay
in mRNA £ i
Y A
l Translatlon
Amino acids in
polypeptide Ia\z.\1 aaz, aa3 aa;-aa;5: 335 33, aaa aaz aam/—/\aa aam@amaaw

gene product
(b)

Oa JS b i) clyse e Walatiey cliad) ou 4dadd) Ablal) :126.6 S

.(b) sl clibag (a) ol by
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Gaeall i pe sumg Byl Cigan dayy g w3 S Gale¥) il dasad e
Sickle— lsidll aall ja sa 45 (aldll Shsll Sebll Jas ge sl i)
Point i) 3,6kl G laa daalss dgad 2D a0 3 ccell anemia
A T el dalg a0 ale pad ) dogall Gusle Ba gps & mutation
CTC . izl il (meall 5 die gy Lea bl 3all) 3 A
((Val o) CAC - aial) i) paeall (Gl aliglall (zaesl))
sy (Sickle Hemoglubin st ciladll J<a ) a5 @ !
ASEd Al Gensll jaia apdll day Aaiall S () e haadl &Sl JSS

27.6 JSA) Ayl Al ¢ lyeal) 4, K1)

NORMAL B-GLOBIN

DNA.ccicvisnrivnsnen Bern JGA, GG METEH CTC.......qff

MRNA....ussill...... . ACU  CCU "SCAGRmGAGH...#"

Amino acid.............. Thr{—{ Pro +— Glu — Glu |-.........
4 ) 6 7

MUTANT g-GLOBIN

DINALY, W rsanay.- TG “CCAN CAGE. CTG.. ..

mRNAK......... ... s, ACUSTCEU QUG “CAG. .. 48

Amino-acid.............. Thr— Pro — Val }— Glu {....sc..
4 5 6 7

Jagiad (B cpsle U gaad Gualad) Jall b e 5dhall 5 :27.6 JS&)
e JS& (e (Opadd) ) shand) il Sl JS& ity alishhl) gaaal) Jay Culll
(pgall) Aaiall JSEN L) cugas)
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Properties of the genetic code
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il cldle e gl o Jualgh aai ¥ (g1 cdualsd (gsing ¥ cuall Sall -2
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Lalide Aan i (o)l (s salS gntl) Jualudill 3¢ ) 8 o
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Open deajll zsiball selill Jhb QY1 Saly) sl ) AUG all

.Reading Frame (ORF)

calll el Gaeall Sarall Salgpll 0S5 alihy Ciipe Sl el -5
sty AgiLitia (AiLasl Gailiadll Agliih sl (aleal 83a5all Gl

~anls 4l gy sale
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Jaly) B8N AUG 58 aaly Start codon oy 3aly sl Sashll (e -6
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(e W) s 35a5 ae Nearly universal Lyji ole il )l -7
Banl) L) pan 8 Ly Lot A yLally Fihy i Jtaal) Sl iy
oY) (Y afilall (s

& At it p z U g ale Jall S o duaal el 3(2) Aliada

led e il alhal) 8 (Qlie o) (o con 9 d 3 cadilal)

Oty (A LS adihall 8 ands JSAIL aten g a5e )8 a5 Jlupe RNA

Deciphering the code il jal)ll i .4.3.6

salea¥l JL dal Salyll paaty clls Ay sl e yall el

28.6 JSal (GEADEN Cagil) alsys sl el el L Lay duind)

el Jaldl daa i cilidlaia L5.3.6

DNA I cdldes cpaim dliginadl dpiall cilogleal) daa s dglee callas

il el e S o Jlodl RNA DY) ddsan,

:Aliall sda Jeds .Macromolecules

iuly) JS 8 sasmse RNA Gl 5-35 agw axe 50 e y6.1
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196



o (B saee S iy oy o(lagismll) Slulll e denjill s
: 25 DNA I (o 508 Lgnsan (RNA D (e g )30 2300 dan i) s L2140
o e3aS) TRNA 1 535 RNA ciligia 5-3 «Jlasadl RNA I e gia
Jexi tRNA 28U 500l RNA 3 Glia e 6040 «(iuly)) i
il Glaae 8 dulid) LuaY) Galeal) 21 Jaulsi Adapters cilails

e gill Jlusyedl RNA I ol dylacial

The Genetic Code

Second letter
C A G
U] ucu] UAU uGU ]
>Phe (F) Tyr (Y) Cys (C)
uuc ucc G c
u - > Ser (S)
UUA UCA A Stop A
SLeu (L) L . (terminator)
uuG uce | UGG Tro (W) G
cuu] ceu] caul ceu u
S His (H)
cuc cce CAC | CGC [
c >Leu L) >Pro (P) Arg R)
5 CUA CCA CAA CGA A
P Gin (Q) £
2 CUG| cca| CAG CGG G 2
0 z = ™
po AUUT ACU AAU AGU =
= > Asn (N) Ser (S) =
w AUC e () AcC| AAC | cr|F
A > Thr (1) i
AUA | ACA AAﬂ> AGA | A
y Lys () >Ag ) L .‘
~ Met W) ACG_| AAG AGG |
AUG  (intiator) i h
S Geu GAU | GGU
J GuU | > Asp (D) ‘| -
» B GCC GAC GGC c " :
BUCL val ) T lew 7 Gly (6) ; ] = Polypetide chain
f GCA | ey GGA A initiation codon
" L Glu () E = Polypeptide chain
G GJ GG GAG GG g - termination codon

0 8 0 ATl ) (alaad) g lsdl o Al Sasld) dsos 128.6 (s
b llilly Il JsY) clanpiSenll Gilide i oo Aaill 64 1) cNLaY)
UGA, UAG, UAA Cibgill juls;s AUG sl Saly Jaada 450N Sl )
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L)) clasead) ol cilagigull of el .1.5.3.6
Ribosomes

ol) e e s clisigul) wial Claey ST pe ihite ilulyll 3
O Lage 23aa Jluye RNA ¢ (g3 35054l atnll Gilaae (0 Ul ’c_dmaj &)
5 el e IS A L (adhall e ia sly Jlasall RNA I 138 jas
i Lee lalyysae Jd e Galiie (S5 4 Jlpall RNA I 6 (g3a den i
saaxiall Clawall S Polyribosomes  caluly)ll cilaae 4y JS&5 i
slaf A bl jan qeal) clily 4.29.6 sl (Polysomes
CiSe Sy ¢ o) (8 sl Cliia me Gluly)l) pua g (e A AA)
L e bl (558 - Rl sty A2 HateY el angl) o
Callis L3 ymms 508 (iians (e cilliig (RNA ciliyia %50 5 i s %50
Gl adde aanti JY) e aaly S TRNA o g (e laysn sy JS
30.6 Jall yelayy canll sangy Ciluly))l agaa e el S Al

cosill Db Sldlay G Dbl 4y 4 G4l
oo edbsall RNA D 3 el o(rRNAS) iyl RNA I il il
sl Jaly gl il 8 rRNA I g Ll ¢iasy .Ciliaydll DNA )
i€ o Aygill 335 3) (POl 1) 1 et RNA I apil Jafsis Nucleolus
e dnganis (mla)l) IRNA I ciligia g lidaial b (aad® slll (e las
J<s e DNA I byl RNA L Glia 05S5  Aulipl) <l ol

Gl Fuan fdhy .l e sla e Bhalic lediadifyslata g Adlatie Glé ghins
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a3 TRNA Precursors oulyy RNA &3 g4 e ouly)ll RNA
z @l ) 2% Post transcriptional cleavage #Ladl @y kil Gay

Leas Sl IRNA clyia

cluly bas (A) 2 glis .Polysomes sasiall clasual) 45 :29.6 JSi)
RNA 11 5 4lgdl) Ao BLENL duly) 1o 3 (Jlusal) RNA D) ¢ gia ) Aadise
Lo Aaagi 45 0l ) 37 Algdl slatly Jlal) RNA ) Joh o i o Jluusal)
sy adga bjlia Juusall RNA ) Lo §puad dblae byl adali Lalls . aiind)
Jlayal) RNA 3 daajis Laaf (& g0 AT Ay sad) aisa (B Jadsi cAaail
S asatal) Clagual) 3aY 4 gaa s g (B) B ek 13805 (37 slai¥ly Lilualy (3aliy

E. cOli afilya 3 (caysel) 5l iVl RNA 1) daglla) rRNA daglla (555
4L=YLRNA 23S, 58, 16S wlivm i) layhi fe i 30S anas
5.8S, il gz culyall 8 LI L (IRNA) 4S 2y BURNA ¢ g5a )
il jhai e 5S gy (s b 458 Leeas dxgdh ki e 18S, 28S

31.6 il i LS AT calise ol rRNA
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(C) (D) Euk: ti li. ibs
Prokaryotic ribosome ukaryotic {mammalian) ribosome

31 ribosomal w21 ribosomal 49 ribosomal . 33 ribosomal
proteins = proteins proteins s« g 1= proteins

70S ribosome

24 nm
80S ribosome

(D) sl cliing (C) osilh cbiilay A Ayl 4y :30.6 J)

QWS s Genomes flas A sae mud bl RNA D Glin s
O omSl sasll ) kil Laase )il 13 aag Wy o) s g jaal) dual)
MRNA Slia 7 558 £, colf A 68 Aadl WAL Jala 2 asall callyyll
I Glia A 2 Folii cpa 8 cdagl) R aaal ddling adlee 3 8
s (g Aejsie gl CVTs Glie gm ol Clisa 8 _aly)ll RNA

Wil RNA ) Gl aag colad¥) vie i . ciliua

&
g o 8225215155 145 13 claaall i (5.8S, 18S, 28S)

(oal Glpuasie 458 Glia s
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rRNAA gene rRNA gene
[ ] [ 1
oA NRRRRRRRRRRRA OV \NRRRARRRNARRNRRA
Transcription "
305 . v Transcription
precursor ] transcript
RYA Cleavage by 435 rRNVA v
endoribonucleases ECUTSON | ——— 13,000 nucleotides ———»
xppp el e gl kL OH 3
Precursor to 45 Precursorto  Precursor to \\/
165 RNA tRNA 23S RNA - BSIRNA Degraded regions
[ — of primary transeript | RNA processng
Secondary cleavage by
endoribonuclease and
trmming by exorbonuceasels nuc%ggées nuclleggdes
5 35735  A718nucloides 3
[ == =]
165 4§ 23§ 59 185 588 288
(n) ANA RNA RNA AN (b) AN RWA R\
Oa JS b LD @) bl RNA ) cliyia jladip Flaai) :31.6 JS&)
-(b) sl cliday (@) ol wlily

Jalt) RNA 1) wliyia .2.5.3.6
Transfer RNAs (tRNAs)

I 340 (2850855 95 570 G Lelshas 48 Leana iy RNA ciliga
A el Sebll e dane el Qe day) Jawlst L asll Sl Jaill 3855
s lSen A e @liiall sda g4ian . Adaptors cilails ewd el g cal
el asl bl lacie 0585 535 Anticodon (Sl el oy ¢ D0
Dbl il 3 6.1 JSal)l J¥1 duadll kil cJlusall RNA D g g3a 8

4 g Aeasll DA Jlpad) RNA D) egin b G3lsal) Sabll ga uSlaal
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abea¥) L i pdiel) A (aalaad) e Giaea SO 3G RNA il
Cle senall o Al ddle Ly, e Ji RNA 1 Gl dad)
Jilll RNA 3 caliyial 37 2l jaell Alealls duinad) (alaadll 43l o K1
e tRNA I gia e Jua)) (aeall Charging Jsas s . (tRNAS)
Aminoacyl-tRNA Synthetase i il auds a3y Leglaulgiy (41 shad
32.6 Jal) b LS

(o Uaes JS asl; Aminoacyl-tRNA Synthetase ~.3) J&Y1 e aas
ssrn) Sl Sl 8 safislSeull ) aaa) .20 I Aisel) (mleadl
Y] paead) g g5 ands Ji RNA J ¢ gia e JS e s Jilil) RNA )
Aminoacyl-tRNA Synthetase a3 Dy el Sla ols ol casde Janill
i) aeall dada b (e agiys JAUIRNA 11 SLill 3al ) 0S5 Gl
.Sl oaly 5 gjiall JA RNA I s gia e aliand ang (53

amino acid + ATP

aminoacyl-tRNA
Step | synthetasc

) Gaaall Joaad amino acid ~ AMP + @ ~ ®

amino acid ~ AMP + tRINA

aminoacyl-tRNA

Step 2 synthetasc

Lleal) U Jeadl 5l (el day e S Yo ATARS P
RNA JI sus;—) 3° amino acid ~ tRNA AME

Boball A ahy .4y el RNA D) le iad) paeal) Juead cifghd 132.6 J&)
A0 Sghadl) L& A g ATP £ gl ABhud 3ijh (o ) Ganall Jadl Y
1ign oalddl J8LN RNA J) el 37 4Ll L) Jadl) ad) Gaeal) by ol

L) aaal)
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=l el daasi skl .6.3.6
Phases of genetic code translation

A A1) LG S5 e dea il Hlohl e Cyaall U8 2N

ey (alaall de 5 galill Jluyall RNA 1 ga5 5ol il asy o
il dae Julud 8 ds )il

4 A AUG ¢ad) 3l aie geaalil) Jlyall RNA Y Ciligha dan i lag o
5" untranslated region desjiall ye 5 i) es GUlkE laia
V5 el Ll DD gl alsy saa) die deasill sy 5T UTR)
3'untranslated region dagall pe 37 ol ed ol
.(3'UTR)

Al Alaal dg) pal) 5l il g lbaa) dlee Auly)ll 255

aleal) 1Y daulidll Adaptors culailil) Jilill RNA 1) ciliie Jidi @
caagial) el Jlyall RNA ) als ) Juda) 488) o) d0aY)

tod adlsall o2y (iUl RNA 1 LU Y adlse D0 e dulyy JS (s5iai @
Al I Y J8Ll RNA ) Ly, o3 Aminoacy! site f A xisal
RNA ) Ly, s3Il Peptidyl site 5 P adsall ¢ s Gaeally Jasills
S E isally clesa sbap¥) 8 53aY1 agadl ase Aludey Jeadl) J5W)
Sally Ll alal ¢l Jsll RNA ) Ly, o3 Exit tRNA site
cseY) (manll (g
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A 3y g chaa il ATy Juald alaeay aill Giliiag iy S5
oda & saelud) gyl Jelgall S claly )l 4 Gua e iRy
laall

feh lshl B ) (gl g llaa) dlec ol

Initiation Phase ¢ad) 5k .1.6.3.6

IV Camenl Jays Al Apasal) Adaglyl) 0S5 Gausi 30 CaaYl sen 4dy 20

i) ae dlle s St

sy 508 5l samdll 308 syl samsll (£ coli i alllais

ssyns IF3 dF2 CF1 & cay dalse 4D g5l tRNA ¢(gjas MRNA

Jasdll Js¥) Jsull RNA 3 Lhast adad)l e g bl fay Laaly GTP
Sabll s Jesy illy (Methionyl=tRNA) - osiudl aeY) (aeally
5TAUG3’ sl bl Llaalls acicll 3UACS' (Slacil

Ovsfua) ) (maall o) clily 8 sl Glase aea fas iAkadle
Jaysh deans) zenad Juash e sana dilials Jissd 4l (g2 (5311 Methionine
3 e (Ofsfisall) 1 eV paeall Sl iy celld oo fMet g (pisdive
0sSs O @l e pulh @iy clan il o lgl sy afind) e e S
gl sa Lbidagl) calisigull asea (8 J5Y) Gaeall

Jale Tyl Jo¥) dtaall JS5 oy 1ol guaine JS& el sl ey
Loyl ) diel) S5 oS5 i e isdinalls JsItRNA 115 IF2 e

83 aSa%y A IF3 el aley 30S symall saaglls MRNA D) ¢ g
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IF1 Jaladl pas Loguiamy g B J5Y) (laieall Jagiy eadl o 5ol
sl 5,89 shadll 8 al) st G3 Jol&I 30S diae JSEI GTP ¢ (gias
dgalag DA o) Jalse )yad e ALISH 708 byl JiSial 50S 5,1
.33.6 JSal) ((Pi) dygne Y clingy GDP I GTP 5 g5

&t IRNA=Ussindl elijly el Sine ) 508 5l sm gl dila) o583
el g tRNA D uSledll 3l ailicy us (P site)  of P doasall adse
A aagl Jidll RNA D) g8 tRNA —Usginal o cllng AUG sl
1805 A wlsally Yl osall (90 silia US54 P aigall b ol asenl) Jiy
e S el 55Ky P adsall 8 Jlusell RNA I el )y aiasal gn
el o ssing JiRNA L adalsyy sy laa A wdisall 3 Jljal) RNA
ALY skl ey Al o5 peSlaa

MRNA ¢ sia ae 308 3ysall sam gl (o Caliall S Sadl) (€35 ading
16S RNA ;gial 3° Al die dpase capsls i adli e
soind 57 Al v dsase g2t I aa (308 sasll b Gausiill)
(5 UTR) anjiall ye audll & Shine-Dalgarno iy .co mRNA

i b WS <57 untranslated region

Shine-Dalgamo Translation
sequence initiation codon
mRNA — 4

AACAC AUUAUCC UCGACUCGTAU

\ ;
3 Region of U : : : BCC 5
165 base-pairing Terminus
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slte : mRNA

Formation of F-2/tRNAY® and
IF-3/mRNA/30S
subunit complexes.

]
The complexes formed in step 1

combine with each other, IF-1, and GTP
to form the 30S initiation complex.

; (A
° After IF-3 is released, the 50S subunit
joins the initiation complex; GTP is cleaved

and IF-1 and IF-2 are released.

70S ribosome

.E. coli afijn b sl 45k :33.6 JSi)
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Jolse a S Lamite ¢ Bans Lo It ST (g5) it 8 el 5k (58
Gt il S dale 5y gy Aliliie ()55 daa il e Dplee 8 ) aa el
crapsll a4l il Vs el s (8 Jah e gsfinal 05K (1
Shine 5 3say 050 Juyall RNA 115 44leill 8 el sina IS5 (2
oo AUG 1 s Gl die sl s & deasill Tas G <Dalgarno
s dale e tRNA —Jigfinall laiyy .malill Jluyall RNA 115 40
Cap-ssilill Lly iy hiin «il dea oo Bpilae P adsall Jang
A\l uie7-methyl guanosine 3.8l s Binding Protein (CBP)
dine ) gal ea Jalse Lls)) I gom 1 malll Jlyall RNA 1150
Bal 3" U 5 slatY siaall Jal€ djaty 408 s3a5 &5 CBP-mRNA
60S a5l Lafifig dbaall (e el Jalge yali coany cpag AUG ) e
ALY el Bals (56K 53l JalKI 80S a3su )l JSil ilud) siadd) )
Elongation Phase Y| ;5k.2.6.3.6

Jalse CA) ae (ol culiiiagg il (e JS ie Silate Y sk 568y
&) Al pala¥) e JS dals) Giass Elongation factors  aiuy)
lghd ENE yie anul)l aae dlul

&) (Aminoacyl-tRNA) ¥ (meally Jaaill Jilll RNA ) L)l (1

Ayl A sl
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RNA I 1) P adsall & Jill RNA B egin e atiadl ae dludes Jas(2
B dpadiy Ay JSIE e A wdsdl b S8
S 3abl gy s Jlsall RNA 3 ¢ g3a Jola e dulyyl) Jlaul (3
Umeally Janall J8ll RNA I Jiity Ll 35lasll o3a g A adsall b
Jiul RNA ) Jaiy s 8 P adigal)l A pigall (g 2l ate Al
E wisall P gisdl (g £l
34.6 Jal) play (AU el IR 5) S clyen JSa SN Calgladl) alad
iyl Aminoacyl-tRNA 1l sl Jan (£, coli 4 ) skl
I oasly M GSLAY S Aoy Gl aabs A adsl 3 Ly,
352 gall Jl el RNA D) 5aly ae Lalii ¥ (e 43803 (531 Aminoacyl-tRNA
2539 A adsall & Aminoacyl-tRNA 1 Lig)) ssha llaii A adgall
s> Jesy Al Elongation factor Tu (EF-Tu) Tu AWyl dle
b)) (e EF-TU.GDP aiea ;i GTP Il dgala anys .GTP
Y] pmaall dal) Ll G Loadin Aday SIS Sy A0 seladll S
Adiall e Aluld 2l o0 SN Al A agall 3 J3IRNA Y e Jasl
Aol Lanlg Anlu) Ll bl JSa 5510y Poadsd) 8 Jasdl)
s e iy Al Peptidyl transferase activity aill 21861 4.3y
Jin llay 508 35Sl sua gl 3 agasall 23S TRNA )l RNA
& EF-Tu sadl dale 43 i 53 GTP egin gl Liadl Lagiadl 2yl

e Bshaall
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; b
() Amioacy R enters 3]
Asite of ribosome.

Al
@ Transfer of growing polypentide from tRNA

inPsite to tRNA in A ste.
Peptdyf transferase (508 subunt actiity)

AstetoPsteand dopatng
iAo theE st

.E. coli aflys & QY ,5k:34.6 JS&d)
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sl (B sasage Dpagall Anyhll ACI duapiy) Llelill (<5 :Akiadla
Slo Aajlall AR saa) s daulyll @lissll & Guls 23S rRNA
Jai ALY el A 3 el DA ey dddels RNA I cliga oDl
3535all (Peptidyl-tRNA) asiad) ae dlabey Jasall Jill RNA ) e gim
E wdsall gl Jilill RNA 1) iy P adgal) YA gdsall b

el olaily €ladi IS o3 A Janay 708 duly)l) diaal JalS Jlam) el 38)),
Al Jaley GTP egin JE¥) ssha ki .Jluydl RNA 1 3°
P a5l Conformation (ASLE) e & e Soasy (EF-G) G
GTP 1l s sia dgala (e5i5 cJluyall RNA Il g (gia Jsh e allnil dlec
LAl e DUl ds)

i) P A aisal (e Peptidyl-tRNA Jlil o cspdl dga (e
JLEinY 2y 53 Jlapall RNA 1 60 Sabl) b gsmy [els A ndsal
5ys0 Gl fagy .l esill GSladll Sl elliay aaa Aminoacyl-tRNA
Al Uy

Eaaat lshall oda gl ¢ polall 138 & O il gladll aiat (e ae Ml e
AU (A 5y59) DN Culghadl) aen Ll £, CON 88 . an 53 Ac g
Al e leda 0.05 Al s dlude ) aals ana il mes dilaY
s b 4l 15 zliad Lisal Liass 300 sy iy 20 plilaa (1Xa;

ia Sade aed clly 8 clgideliy dan il dashiie 483 Glaally 329
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Termination Phase ¢y 5k .3.6.3.6

UAA, ) 0 il Salyy e el ) Ja gon ALY sl ey ey
53 tRNA Gliia ol a3 agisll B A &l ) (UAG, UGA
sl deay s cCaBll als) e sl pe il LeiSey LSlan aly;y e
Daas tRNA Byt fan 8y 5 5l Alayyl) i 5 6A pgall L) (il Sals
gl Salgy G s dlld ame b Gl G cana il ey
i o s Release Factors (RFs) @by Jalse and lisig
JSAll A adgall 8 LlijYly Jeaall e LS tRNA D 4y 3l 42 ))d
.35.6

ol A RFT Cajesy \RF2 5 RF1 @l Sle E. CON afiha b 22y
sl a8 LI LUGA 5 UAA ) RF2 Giesy cps 8 <UAG 5 UAA
gl gy J cayiy Eukaryotic RF (eRF) s (3Bh) Jule aa g
23S rRNA I il Jaadiad) dde b A wdsdll 8 (LY Jale Lol iy
Gl ) el ein canmy G (50S 5l sassll (8 el
RNA Il cim e aiinll ane Jelal) i iy L agal) dlulud 4085 S
osh Qi LB gdisall gl Jall RNA Y Qi) aal g P adisall o Jill
G eSSEy Aulyll G sl RNA DL g3 (O] e danill ¢led)
dlee B goplll pidala Glamsll lamy (oS8 @ pslly sprall clediamg
Aed aag AT Jluse RNA o ass Jlusall RNA U 3a00a G
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G LN
+ = Termination
: codon 8
= ) Release factor 1
- (D 73 5
@ so" Release factor 1 binds to
/@ the UAG termination codon

, @ in the A site of the ribosome

and tRNAFP2 jeaves
the E site.

and transfer of tRNASY from the P site to

<tEo
o Release of the nascent polypeptide and RF-1
the E site.

coon <
SEe
l ® Dissociation of the mRNA-tRNA-ribosome complex.
Nascent
polypeptide ’®4

mRNA
e 5 3
e’ cci
2 g;%%'
tRNASY

.E. coli piia B e\giy) 55k :35.6 Jsil)

Oguall suang dan il cﬁ\}a .7.3.6
Translation sites and protein destiny
Sl e lgiansi daant 1 golall Jell lisig o 1Al el lisis )
o 43,84l Polysomes sasiall cilapeal) e Wles cddall s i3yl
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Ofls sy (s daayi Juasd elpadd)l Glailially clhafiall clis
Gl e S Sh g B cleglihy sasasall Sluly)ll e il
fae 55 ApLl) L LSl lia Lhans a 1A o e Legal] (33Y)
ce il daslially Chasiall ) clisig sl s dsasi Laslghi Giisasll (1led
iyl o3 Aansi Jeand el Jin 1ggsill il 33) dall cilisiy )
Aalapll Sne JS (g yas Akl A gagl) Al Apie L dlaiipall cilalill e
oy ALY clglad Jsb eadly ciligig ) o3¢d Jazall MRNA «s 80S
Sra atiull paad ne¥) Aledl) & (LEY) Jl sy & (g e dned) B

claall o al Jiee dgas cus Al dd gl 403l dagel ) daagll
oo i) dae Alule Al s Cua A clie ) Sl Jsia e
Lslgiy )LaY) aigd) lad clld oy Akl dsd) AS0A dxal ) 4lsio
ah 5 ey daalll Jaby ) asadl sae a3 Signal peptidase a3
Sk o dE N Lz ) 5 Gas ol Slea ) Dhagsall dala ali;

AR mls ) st yae
Gl g pall Jilae JS8 i gl 038 daa i Joant A colapual) culidig
gl oda caliy Al cilerall Ala & o dse Slea of ()1 pa 8 il

daay Juaad :Transmembrane proteins | el o Liall 3 plad)l ciliig )

aglie I clamal) dutiel b (9RY) Clisig ) alaay coliall Clisig

A RC PPV UL Y. S POVL [ SN i DG K- S I RENET: PR
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S e e laall sylall g ) ggias oSy bl A gl 303 Ayl
ilgel) A8 Jaly Sl o) elu) Jast o lall Aa)lS Ll (i gen
Deaiil Jiisy iadel b clifigll oda (g D Laysa Y JSam dulal)
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golall Jumill

ity 2yl

Chromosome

aberrations




Chromosome aberrations :4a.all £330 .7
&b Slaaall ne el Lal) Gl e pall el Llayl s
Gl Jsel A all e ein s g (lal) an s LA
Bapall 8 ) el Losell sl sl (iag Lo sale Ldad
AL6lS e pana Lggal il Loal) SN Caagi . sl (HISI (Ploidy) 4l
k) L Euploid 4l daual) diis Ll claall (e dpuk
Caagd Glpuall (e 4ilo) ALS degans o ST LA & el )
BHLEYL Cliaall a3 55l Ciuayg g . Polyploid cilxuall 3aaxis gl
bl Glgaall s a9 N Cpallifale 4l L ¢ ulal rua o )
Diploid dgaall dasall AU (&I S 2030 3ay (e 3 sl
Ll DG A L (Alad) Gliaall o Gfic sene sy 6f) 20 5
(Al Glsuall (e il sans EDE iy 5l) 30 s Triploid Lzl
el mm ) @liaall 4n s Tetraploid dpaall dxuall el Gy
058 Al S Caag el 188y o(dauluY) Glinall (e Gle sane
Agraa dapa ol Lh ate e o) rual 538 dplall dgall il L

o34 LF’L":’ 8 gu Q;Jtm-j} <Aneuploid Lasall dxpall 4 j et Nyt

QLK Al ate s Gl sy @lllyg L oasae s JIA e Aaal) ikl
uall nall daaie QK Aneuploid  Lxaall dxuall Alida
e Ly A i Aneuploidy Al daall Pal &) 3) (Polyploid

dauall JMJQ&;Q‘&\}W&&QJ@&BJL@ casiall e ey B
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lnall e AlS degana A gae Huad ) udy Polyploidy dsuall
a0 A (Ao O)ls adeg Sus Canaty drvall Lauall JPs ‘Laj
Y ey Y dasaall daaall

Aneuploidy :dauall dapall M) .1.7

Al ) Mitosis Lol oLuaill o i) 8 Clsaal) £553 3 o Undl] a8
Y 17 JSA g led ah ) Loy WIS Heels ) (535 caaiall
s, alall Aneuploid dguall dauall dliie Lavall WA sale Jualss
il Bla ) Bl ol

Aaile sy JS Ge Ugpase raa 23 o ST 5 Q8 Alalall (e ) o

b oa 23203 e sl .Aneuploid zygotes duuall dxuall dlis

(Fuall sl Glanall aal ali sy ¢(Trisomy)  rall &l
-(Monosomy)

angll 8 oiad) sk 4ol o cbrual) aaf el eV Al 8 B
BVl skl Aaidlal) dcapd) JuSh a8y a8 lual sog 2y Bale IS0
Tganall Clagil Jaii ahed) g guly i ol Gy oSl

.Mental retardation sl calisll; Physical abnormalities

Autosomal trisomy :4aual) Glasall dutii [ 1.1.7
Osly AaPlia o Adgidl S (Trisomy 21) 21 cwall cubis daplie =

-(Down syndrome)
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Nondisjunction in meiosis

D D

Meiosis |
Nondisjunction Normal

¥ 029, ¢

Meiosis Il
Normal Normal Novmal Nondisjunction

s Y\

24 24
Number of chromosomes in gametes

L L |

Trisomic ~ Trisomic Monosomic Monosomic  Disomic DISOITIIC Tr|som|c Monosomic
(normal)  (normal)

Omadll Ao . ciualal) alodiy) s U 3 cliaal) Gl & QA mits 11,7 J&)
Al o el Jisis ) ol Laa B Chalall aladiy) T JIA) ¢ Jaadu
Sl Sleg 8 (23 o Y3 24) Al el Alala (23 (e Y3 22) (oseas dusibl
g ladY) o . (Lhaa 23) dhaall £13Y) 0a aals Lina Lagha 0S5
all dla) daile Ay 1 lles Lol ¢ s8iu (L 23) Jasy b AT
Olimd (lialle oliay (Trisomic iuall 450 dadle 44y (Monosomic
) s e JgY) cheaiall aludiyl 8 fay QY ¢ BadS jlad) e .Disomic
Lala Gulel AV Ciailly (23 0o Yoy 22) sl Dbl (uleY) dial 3
(e 23) Jany amb AT Gugmy Glad¥) saly (23 o Yy 24) Taif Lisa
3l <Monosomic _iuall Llal Laghe S Glindle Gliday 1L LeS Aagilll ¢ gSin

.Trisomic  auall 45 Lagia J8 olindla ojlicay
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47, XX,z al) J<al e el 13gd dlla Y dgall dapall (i
raall G Ao Plie calisi 147, XY, 421 5 oK cala Sl W +21
s collaell b o sl il lie il il (el e e
Os)s Aalie DS &y e Gds Ak psia il ge oy S e
eadly dalall sl anii aa adyll 138 2lady o 350se JSI 800 ) 1 sas
shall Jsele (lnd by 40 delad) shall g5l ve %50 A Jead
G dadd 5a¥) agiall DA Ggls daPliay Gulaall (Life expectancy)

2.7 J&all Sl Lile 40 Y sase eV

Wik

—HE i

T e e ) B 174

13 14 15 16 17 18
X

(a) (b) Trisomy

0919 AajNiay Alaa 5y 5L (2 .21 Amal) GBS gf ¢ gla Aajdiia 12,7 JS&)
Jax «(Flat nasal bridge) glacall Cis¥) jus Jia 8isadl gdlal) lgle jedas
sssd) baill (b . (Hypertelorism) ¢pisll sols ((protruding tongue) gLl
3 oSl 21 Anall B e o) Wb seding ¢(yghd AaDliay Ailaa LAl auall

a4 3y 21 Slia

219



(Edwards 1)) dadie 5 (Trisomy 18) 18 asall il dadlic
syndrome)
oo ki %5 of alel g ¢ a 35850 8000 JS (s (e 1 LoDl 538 caped
Apal) CESS BN s Jaall aoli 23 18 sall Alalal) dsilal) (g2 sl
Wi 47, XX, +18 : Jall gl e )l daPliey Lliae AN dgual
Osbadll JULY) gas .47, XY, +18 : L LS dirpa (i< ladll <A
1l 32Vl xie (Severe abnormalities) dads chla el ay)sa) daPliag
i) i (Microcephaly) Jua 5 (ulll jra lill 4 culasds
«(Severe growth retardation) .a; s Al ((Microphthalmia)
JULY) Cigay -l Calas (Aygdys Baey dndics diadany Al Clags

enll o Gppliall agie Al ey M catyee (e (JoV) D) U8 (siliadd)

3.7 Jid)
(Patau ¢l aaPa s (Trisomy 13) 13 xuall il 4o =
.syndrome)

drpall dapall oS s 39150 25000 IS o e 1 APl oda g
Gladll <Al W ed7, XX+13 : Jull J<all e 6l dapdliag dlias AN
dgley rclagdn Aadlial) o3a cusi 47, XY, #1305 L LS dana (i<l
eVl Al Salall 4 Ggell Jie (Cardiovascular) il
4w ((Ocular) 4ue ((Ventricular and atrial septal defects)

(Craniofacial) dias duad ((Genitourinary) 4l 4luls ((Skeletal)

220



(il kg Jlie Gl ) ALyl (Cleft palate 3sisdl cliall Jie
3V aethin agniy ppie A8y G On I e 3 aload Bdle s

4 1 S ¥ 4N
' ) ) e
T L G ¢
< 2! 8" L) b
| ? 1 i §
N o o “
3 ¥R $ Ale al'h pg EA
J i 5 M TEimae¥
h 7 X 0 n nwn
RE 24 4 ¢ sa T4 §3 4
] 8] 18 I ?" I8
3
A Y 8n ap B
U] p M n X

Llas AY g5 baad el o .18 amall &l 6 490 Aajdiia :3.7 JSl)
O Y Clima A30) 18 @) haall (b s Baly) b gy ylsd) Lapdliay
ol (AU (alel) le el lpd) Aajdlia; Lilas Baglsa Jlal) Ao (ol
(Low-set/ OB i pdagig 09 culll jiua ((Small eyes) (i
ull Lad (Micro retrognathia) dill & aaliy jiwa «malformed ears)

AapSlia) o3n ga (3)e Jpes Sy Albial)

Ll el Aglle Cigas lan ol (Trisomy 9) 9 sl Culi =
copd) teliae¥) e DES Jadi fads s came 3V aay V)
Al elaely ccaly g V)

221



V ¥ P iy .

-y (’ ¥ ] .

% o L BT 'y
P ( d Ny ui
A NI § i

1 2 3 4 5
e Vi A ’ Jo &N
l!« 2 ‘. o ; M

6 7 8 <) 10 1 12

Aoh AN &4 I
13 14 15 16 17 18
At
.- gx a H [ "‘I
19 20 21 22 X Y

(13 gal) s o) gl dajdier Glas SY g6l haadl) cad) o 147 JSA)
o () e Yy i AD3) 13 sl (b Lass 335 ) aged) sy G
AL s ) s 140 Qaled) Ade gl gil Aajdlie cilas 3glsa lud)
alal) 555 ¢ (5 hdall clial)/4iil) «(Forehead hemangioma) ¢ Aleg a)9

.(Polydactyly) (sl i

s oadall 3okl alasal) &t L2.1.7
Sex chromosome trisomy

Al o L B dasmg e S ) Guinll arne raa S5
il 3oaaill Glauall GEES o S0 L awadl Glauall S 8 30 L)
:‘;J_.gu
K e 1 Jaee W)l #5050 tKlinefelter syndrome  iladiS 4 =
dalall Jall 058y 47 XXY gl dpuall dapall o585 ¢ 3 600

222



goifiy cslaill ~ 1) e 4358 axe cuw (Infertile) ade X)) X jawal
o3 e Al Jsha (Lo Aadliall o3¢y Galiadll (sl dyypdl (gl Y|
Gyl o i ) Bl Lopdlial) oda g5 385 Ak ol sads ALk

5.7 JSED cduiall g0 Alial)

ST
(TP - S

Sy
ety

Fw

TERIEE T BT TRy
i sz A8 BE RE 8§ Wi
6 74 8 9 10 11 12

aAa
- b < nAa
r » B 4n é g \Y
19 20 21 22 X Y

gl ey ¢ AAINS Laiiay Gilas SA g gsil) Jaall) Guad) Ao 15,7 JSA)
Glas Jib ol o (LSU ais 1 e Yy U)X imall 8 Laae 5aL5 )
L Lalls Uaad 50y LIS Aoy

i . A 1000 JS g e 1 8 s2s3 2(Trisomy X) X auall b
(e Biras Aosana 2 ¥ 47, XXX : a6l il e sl Ll
JSLia (b callomal) L) e 1588 o V) il 138 canlsi e )

6.7 JS& calail)

223



W B & @ W
T (O I Y
LA ‘ v i
.l 2 3 4 5
@i~ :,J BLJ hs o % R
B 35 BF fE 3€ RI WA
6 7 8 9 10 11 12
'K ] ié g 4 & §6
13 14 15 16 17 18
B8 83 es B8 1
19 20 21 2 X
gl pady LS X Aal) & i Lgal Y g9 0il) aall) cppad) e 26.7 JSA)
Ml LAl Uaad gy X s \ggat ik L) o

Ll g 0S5y 831000 IS G e anly doand SBIY xuall =
OsSes e aall 13 dsagl Bhaes Ay ldle 2 Y .47, XYY
Alsaall Jaag aldll Jola pe ¢ KAl Zyguadll Aall (o (pands (ysilalll
7.7 J<a)
48, XXYY : Jie ppuiall soaaall cilacall e LS Jaad CNIA Spag S
i oo SV Gslalall ahgY1 ey Chganl) 50l LI 48, XXXY
e Osleny ) gl Bl laaly lie iy L Guiall saas 2l

5yshadll Ao i ()5S Lo Llle eitial) o W sl e . puinll Tanaa Tl Taal

224



sl L A1 agas )l sy il X e dsas pe¥) Gl sl
S Ll i agsll amy L 25B X asall e 53 gmsall cilipal) alaedd i)
Ay s raa gl o sasasall clial) Jayiy o6 Abilae A1 agag axe

Alled DN gl e 535 sall cilipall ¢)5S5 131

Karyotype from a male with 47 XYY

(Sl 5K

3 4
4 ;7 (4 s Y L 97
i ) 8 « W1
N DN JR
3 g P ¢V = &N
7 8 ° 10 " 12
3 i¥ [ H
Hi {1 ISt J 1 S%
14 15 18 17 18

Y Oliaa) Y duall 8 5aL) Apal SA (568l Jaadl) cpadll e 1 7.7 JSA)

a5 e 3al 4l Jay sl o . agaad) iy WS (daly iua (e Yy
Aalh Jgha pa Lol Ljalls Unai sy Y

M:M\M\gah 3.1.7

Sex chromosome monosomy

ey X anall Lolal a Guiall saadll sl doslaY saaly dlla s
G dsaall sl & (Turner’s syndrome) s A dlia

22n Clladll Caatis .45, X0: L LS X auall & (il cdlalal)

225



Cro DS 1o of ¢Sy AWl s (lapall SU slall) adadly da3dlial

285 (Anall) A8l Jia sguill £Ysa gl (Physical feature) dieall cilaal)

Igny (b Agalall aabyall Calins LAdle s Al 40l Gla gl (e ey Slay

Ahay) i o alell pae o 8A) gsine o G X rual) Glad @il

¢ il a8 (Motor skills) 48l &f)lellly (Spatial perception) 21yl

8.7 Sl

(45. YO0) Y. ol alal s5m5 0o Bkl el L8 Al f S5 ) @
re™> slse 5

Eni Y 8 Ulaii ol 5aly) Lo s dprsall dapall P o L) 3 Sk

=35 i al e DAY (e degane Ll e padd 5ol LA aies

.(Mosaicism) 5l sl dilusull Allal) o328

Jil Label ot dlld we oS0y clugale Lga 1l dludund) Alall el

& Ll Dapuall & DUAY] Gsleny Galisl ol saalial) @l o Lalds

Sl HLayl & JIA e eludiall Al Goas Sy LaalBA aes

tolla bl (5655 (Zygote) dadlill iyl sk ol 3 (Mitosis)

(ol Saay Alde Lrna daua I3 (Zygote) Aasll) danl) &5 6 o
el Jaball (& @lld Cisays cimuds dga Lapa ) 48 Lese Lasy
Aadlal Ll skl e

L e pin ) Lage s Lsks dapa Josd daile Ly 8 JI Caasy 0

LAl Arva daua G

226



o0 55 Jalie b Agall Gapall 4 PUAY) Gas L 1Y oallall B 4
Wl pmeall e liae V15 Al e 1S Ui Llsionadl) Al (s Jaal
o 4B Gl Jaall e 5alie dabe & Lol GLaW) & A Gas 1))
JIN 1) ggndl HEGI o< Layys AN 1agr lains dasl) ) cliacY)

.i\ £ .

3

Turner Syndrome Karyotype (45, XO)

F
53

B

|

5 - |
_|

e

s -\
W \y
Srggrtin
P

~

W

N
Yy
Mg
iy,

k-
y 1 : & g « 3 4
Vod \ R 2 N I B 8 K
[ 7 8 e 10 " 2
g8 M B 3¢ B2 e
-
22\ LA 88 i se 8
19 21 2 x

Uik jload) Ao . 50 Aadliay Llas A 596 baadl) opad) Ao :8.7 JS&d)
£159 48, (Short stature) dald juab 40l (alel) g i dajdlia Ll
sclia Glala ((Shield-like chest) il uall (Webbed neck)

.(Widely spaced nipples)

gl Al eNagll 2.7

Chromosome Structural Changes
el gy DNA I cgia 5oy Ladie Lol dguall c¥aill Guas
e AT Ol 8 alai) agled & DNA I egin 5uSy Ladie i ¢ qull

227



sda aaad 8 Gliall anda pe uiyiosale) ) am e k) ailSa
Uil & o (DNA I Cae b dglee oW1 3 dylall 500l 3 JIad e agl
Glaa) B Ay Aulane Jalge aged 8 LS L (Crossing over) sl Zala
syakall Alel dlsadl o Ll 558 daiY) S X dasl Glpaall S
.(Mutagens)

Agppal) ¥ Cileal o Sy ¢ ST ol Taals Lina (gl Jaill Capemy 8
o) Ay e sana A Aysd)

:Deletion i .1.2.7

S -aie Ay sale 2 Y Lage 4 raal) 8 osdill (e gl 2 Chaa,

oSay el 1y ISCN Lyl ol cilgaall Lpaiil _allall lUaill iy oppall

Terminal  Jlg¥) Al ands ol Galll 4 gaall Gy ¢

: SleY) Al e A8 e S .deletion

ghall 8 AleV) (5all e aad i(Crimdu—chat) 4dadl) ¢lge dajdlia >
46, b LS ALl ¢lge da)Mie drpa CiSE L (ualdll anall o il
lae Jasny SA goa digean 1 I sadl) e udiy XY, del(5)(p15)
& LA T dabaial) e Aoalal) liaal) a3 4 ccilirnall o Ll
ALl olse AaPliay obadl) JULYI Sy pueldll Gl 6l
e SN 30 dnawa Glagll agpale jelan L cddadl) ¢ gal 44lin Ciguay
Sall jxa (Ocular hypertelorism) (il acls L ()l s
-yl e calas ((Micrognathia)

228



(e aadi i(Wolf-Hirschhorn syndrome) ¢, s ily A >
SN Appl) Bl i€ Ll sl e pail) g LA 8l
Sl .46, XY, del(4)(p16-3) b LS ()sbna aly daPliny las
\A:\J.m L)ls:: iélssj Bae dawa Cld o8 40Pl 03 () paliadll

GO AN A sda b agde Blhyy asall Gaca (Al Gaay 38 LS

Cruny pal) daa AUS A8la mua il 9.7 JRUA (Interstitial deletion)

e ) dxgall i 46, XX, del(X)(p1p2) : Jull Jia) 36 ISCN )

&t O sa Al del Sall Jus ¢ Y gl clbsaall se & PRI 355

251 pishidl o X casall o ) ¢ ),0

(a) Deletion of D (b) Duplication of BC (<) Inversion of BCD
Al Al A‘ Al Al Al
B B B 8 B Dy
t Deletion - F Duplicationc ! <l Inversion cl
D ——»¢| DI ——» 31| D) —» 8|
£l Fr E C 4| El
Fl Gr F D £ Fl
G G El c' Gl
Fi
Gh

MQW&ALJ&QM\QAS& L,ﬁb&u‘gﬁd&ﬂ\@a#97 JS&)
.C 9B (fihaial) b lelas 43y (D Adkaial) & LA WA jlund) (e Biali . \gilay

.D, C, B (ghliall I dyglal) iuall tha dakidl) b LD &

sagatall 48]0 salall amany DAy Akl age iy cpodll 3 goall ol 8l (Blas
il LK ale 5y lia (e Adgdaall (Fragment) 2aaill aggiat Lag
Byshis dalay a8l 4y gal) el Sl ColS 3508 48 gdaal) 480

229



380l pe aclum ) sals (3 al anadl) Al Jsl 1) 4l L agsnll sy
slall Aludy) 5y50 DA £ Lucally 4dde o sSae 3l rnall Gl (dd5aal)
b ala) S s e Jull skl Ba Jirad) Galdl LN e sjae Gany
Oflall e 6T 8155 8 sa5ay aacy (Anaphase) aseall sk (DA 3yagll
ol

:Duplication cislail .2.2.7

i aall e 5a o SV anall (e sy gl ol dadail aga s
Pl slie 2 s Bala s el Loy o oS 915 Jal)
eyl ISCN alail gy Caelaill 325 .10.15 JSal cCaaial ALuiy)
S s anall of e Jai 46, XY, dup(14)(q193) dasall Y .dup
g LAl & (dup) caelimi Laily ¢(46) ailasa s & DAl gl Jesy Vs
Cacliaill Ll sS 25 1 ggihid) Gn sdie mbll ruall e Jyshll
ol dga ) L ausiil) Ca L Cilin (e alant Loy die L) dadadl) Cuny
ae 83 caaill eda e i) Cpmall (85e e SSY )5S0 DNA D) (4
.(CNVs) ) W TR). R (Copy number variants) 2s;laiall il
st 3y el e 3V DNA I e Gund ey CNV ) s )5
(Tandem _as JS&) aals aua o Loany lecans e )y Jlite JS5 feusil
a5 oAl Qi ehal o6& 8y € (S8 sacliie gl o6&
CNVs 1) i sl 220 slis JT (0 SIS Duplication Cae Ll

230



0sS ¥ i (Phenotype galall ball e 556 of CNVs Il clla Y 3
Sila il ONVS 1 () 8 daall Jle iy o) il jane T 1)
) el LY st gl 8535 (i (b Lewlad) oy Laxie (uall e
el Bl JhEaY s DA e sile e 535 CNVs U1 (),
Lomll

o ol @l palldNl 4 pald JSE da8ls CNVSs I of aag a8y
Attention Deficit oLiny) (msiy aliall Jajd cull sl Jie 48 gl cal) ol
dad il Jladily Autism aagilly Hyperactivity Disorder (ADHD)
CNVsll ol ale ol Je 3)8€ cilulyy S5y .Schizophrenia
Olayudl Jia Baiaall (alye¥) Laass¥y alye¥) Giamas LDl )yl Slaaia g
Gl LS o3 cle ADle Ala s sl chpanll (bl @ Suls
A5l sy

:Inversion ay) .3.2.7

A DNA D 8la 3 S 4 depall a¥adll e gl 138 & Gy (o)
085 G (59 Lan et anal) (e Lealaiilly 180° 555l d805 (D)
) 2808 o)A ) andll OIS L aaal) e liall s b
aseidll IS 1315 <Paracentric Inversion 583l Tslae LG (SN oy
Pericentric < ,all Unins L& CDIEY) (cany 4liial) 40081 e (53854l
Oby) s Slsnall 4l allal) aUasll lay DY) 5% .Inversion
46, XX, inv(9)(p13922) : Jull saill e dxpall [y .inv el ISCN

231



all b Dl Ll laily dglina s & s gl gl ang Y
3 Aladl) b as ul ks of ) GVl JEY1 iy el
cashal) & HA (e 2 Aalaiall 8 2 Alarlly sl ¢ Al e 1 ddlaial)

" il z

m MmO M e

sl B el Lsla A iy dislad digaal anag (<& :10.7 Jsi)
(Nonsister Gualidll Liwall (A Gule jsadl of BadU .ciuaiall aludiy)
S 2 ad) e A ) g3 L goasa 8 a4 ol 35 2 chromatids)
(C Aalabll) Uslint goas (cpadl Ao 3 b)) AT hua a1 Mg Uk g9y (e

OIS 0 el S @y (8 Gaandly cannty Y 85 ) pay DY) iy 8
) Gammd Gl Ay e Il Ak Cal€ 13 LY L s Rt e
Al il 13l e Ay G ) Lage Lia leatie 3 8005 Leldass
S - Abae Al laslaall pren sy ¥ A3 Gaall Aty A S
Joladl (S0 3350 o o ey el J Bl PlA 30 DD iy

O Gaany sl Alee (U 3 aaaillyy cCaaiall plual) Dlas Dbl

232



el elad) A sl 88 Jilae Gaalie a3 S Cilaay
ol Nonsister chromatids Gualiadll sl (85 Gn jse sy ol 13)
Taglas el ) s (f (5 Aagill i se aam 13 WLy pum (5 Cana
cCaeliaty (pd (je e Agent CldsAE ) Glkia Jeas AY) Caallls
1.7 8

:Translocation (Juuy) ¢85y .4.2.7

Nonhomololgous (plildic e (baa n b el [AdaE) Jlw) e
nall (e dalad Jiiw o] ¢ Jaliia ISy JEY) 138 <, 28 .chromosomes
138 e o] mall N2 ) e g)al dakad Jiing 2 aaall ) 1
e W) S a8, .Reciprocal translocation Jalgall s@)YL &gl
«Nonreciprocal translocation Jalaall ye oLyl ey A1 ) rva
Slsiy) o) clanal) Ayl allall aUaill iy oG e 12,7 JSa
46, XY, :L LS il dgpaall dxall L&y ot el ISCN
il (46 ilisa 2o & US4l aagy Y S3 ((7:19)(922;913)
Aglall die o Uik gua gy« e aalilly aolidl Cpsaall ¢ Lo Jolia
(e 1 Adhiall 83 dbiaal vie g 7 aaall Jighll £ 1Al (0 2 dalatall 82
skl & A e 8ysusal) &2l o Jimy 135 .19 aall Jishall ¢ 13l
Jaghall & HAl (e el Ak 8 Ciaatlly 19 vl ) leis) 87 avall
sreall N 19 aall dighall & LA e 8y puall d802l) ity 19 aoall
T gall Bighall g HA e oSl Adads & Caaailly 7

233



A B € D E E

1 — 1 b g
A B (@ d a 2 e s s L
P T — ——— S—— S SRS TS S T TR P AT S B

Eao3’  bulad o8E) Lo golall callgh Lhaall 4lia hua

R = 20 sl Bia goay @3S,al apdl ae hua

Aldl) A Gulel) Jsdd Je DY) B g i 1107 Ja

NEAA|
Chiaiall alud¥) b Jead g olislaa (Awdi addll) lgldta of Gl Gliua
Cmdaal) aaf (Sister chromatids (il cuadlagS o lagia JS cilliyg
Gigan gy o) ol 8 B0 JOAT LD geay (Laad) duall) Cgldial
Jeang ol (1 (wall) baghs Lisua Jany Gugse A0 Gule¥) Ul gy sl
e gy Ll jse 40d Juany ol (3 Lnall) Wina gsma o Gugs s 4
Guse () sallsh ruall 4lda o) Lulul BN 48 (3 sallsh iuall
predl Agluis) ) ABLYY B Ciadd cie by cida 4 (2 amall) Lisa Jesy
ALyl by Ciadl die Ly Cida 4 (4 haall) Lia dasy Gasey (o @S

L iSal) sl AS )L )

234




AB J Jiia 4 ¢33 HIJ 3 AB < Jika 53|

Nonreciprocal translocation of AB Reciprocal translocation of AB and HIJ
Al cis A Al H H A
r
Bl Dd B ’ B /| I B
cl Nonreciprocal | cil | Reciprocal | «
+ translocation iy + translocation 4"
D| —» F 1 l D K@ ——»C | L‘
|
E| G J EW L D M)
Fi K Fla mI E
Gl E G Fi
G
M be 2 o=
Nonhomologous ciida s Cisa ’ N°:h°m°|°9°us u‘o-":‘ﬁ Chisa
chromosomes ~ ¢&2 .5 9 chromosomes gk = 9

(Ol o onlilaia € e G JAldA £ B5Y) g 0 112.7 JSd)
) o Glilada 8 Gphaa Gn JaLSal S #1830

s iy A 3gdge 800 J8 (e Baaly 80 Joliid) cW3Y) (gt (S
e Dl sal 3y Sile 83

L Jalall st e 5yl s il Glal) o LIS 8 2GR Gl
128 (6 8 LGSl & et llia s Laily Y 4l sald)l o o
rodif) il Tl s a3y

sal) SRl 06 ag Lo e Aty 8 A A0l )] Akl 5 o o

—90 t(9:22)(a34;q11) =l £ 1a5y) aai Sied . Apdliall cppal) oy

(Chronic myeloid (o3l gadll adll (alaul <N e %95
pll LS e gg 2l oy Aty Glaju say leukemia: CML)

.(Granular leukocytes) 43l slayll RN, e oliayl

235



AVl 3 ehe¥) O LU 4 dls Jolaad) ciY) e sy e
om beosly) Als ) s o JE) 1 3. 13.7 JSAD il
Alee Plas 1(7:19)(a22;913) asipa 0585 s 195 7 Gl
sl Ao by Ay IS 4ld J3) Caaiall Aluady) 8 culSiliml) IS
oalelall Guaall ) ALY 195 7 cpadad) ppranall 0 SIS i
Sl a8 J ) Caaiall sl dspmglly jomll g days B3
Cuaiall HLuii) o lgil dayy . ugie JS 8 Olanall Gaa dilide 4
D Agrna e Lol ALl da dra L) dasiin e gld S
Eigan dagg ol 5l ganall 13 (e G Gl S 52l o Aygla ke
ayl cVlaa) ol muas Wl AT Lugje s Fertilization lasy)
14.7 J=a

g8 Jiay Jaad vy 113.7 S8l
Ciuaial) aludiy) sU B Leldl 44
4 aladl aa .19 7 Cudal) o Js¥
Ompal) (i O e pld)) Jan B
Gida dals ) der el judy t(7:19)
JS (B B el 2B pudng (Derived

A gl e ) s

/\,)
By e
>4

-

19 der(19)

236



s e AW AL dpaa Baa dead (G Asile day -
17,7/19,19]

Aasal [7,7/19, der(19)] dsall dxpall Jess (ipay) Anile Ay -2
rias (JalSy 2nk 19 aaly aaay culalSs Guenda 7 kst e
(Partial a7 s s ol oo 6] .7 all (e 4805 Jesy 19
.(Partial monosomy) J 19 aua alals trisomy)

4l [7, der(7)/19,19] dppall dapall Josd (Cisay) daile 42y -3
xuas (JalSs ozl 7 aaly s (plalSy el 19 Gura: e
daly S 19 s i ol gad 1 19 awall (e dd0d Jeny 7
g2 T (e

[7, der(7)/19, der(19)] dspall Lsall Jaad (Cisay) Aadle dian -4
Oy 195 7 Gasnay (GalalSs ks 1957 Gapsa i e dyglall
aliles Allall o2 . 4l salad) 85k 5 (ali dgay g Jaliall ¢ 63|
PN AU

onsSe e eliY) 05 o oS eVl Bl Y Al 4l cay

s S Cilgaa A G L e WY1 Gany o) (Sa il Al

1305 . alide rua e ST IS o o Al cila gl e gAY ¢ 1Y)

CleYl e Ll L Aaile diny 8 sadeiall dyepid) ilasiil) o3 e g

daeS JalS il clrpall aglally masal) saadl o s gy 13885 Aigas

LOiall alall glill g pein T LegalS B0l ila sled)

237



Jo¥ At gl P ki QR
Parent 1 Parent 2
7, der(7); 19, der(19) 7,7;19,19

Gametes

7,5 7,19
7, der(19)

der(7), 19

der(7), der(19)

l Zygotes (21 5ll1) Aadlall (2 gal)

Asmuh AL [7,7/19,19] Cliss &5 gara 5533 Aa3Y 1

[7,7/19, der(19)] Asuh & Clius 4e ganra Jasi 4adY -2

[7, der(19)/19,19] dsmuh & ciliua is gana Juad 43V -3

.[7, der(7)i19, der(19)] Js¥! Al gl Atilaa 4331 sia cilius 4e gana Jasd 4a3Y -4

(JsY) ATy () b Ay o zle) Alad Ludalidy) cylaay) :14.7 JS&d)
ceiflaia) dagf asag ) 08 judy iy ek s (7:19) Jalgall ¢y Jasy
YA skl lagtiin 4 9 1 A8, culsh (Aailad) agall) llsll) 1 dila Crauats il
ISy ohis o) Lagild 352 a8, cilgd dlalll Lal BNl ia b (S Jaad)
Jsill GSa 13 BN (gl JB QY o (alga) Gaaguy Jeal) A ks

%50 Ay dgpuadl) Jana b Lkl Lkl Casy JoLEall g3y ¢

238




calfll Jagll

@il glamigalil
Genetic

Counseling




Genetic Counseling : .l 7laiiuy) .8

Lle sl Aau )l ol e A8 Jilusl) 3lasly Wyyjat s danally &Y A2
pa el iy ¢l Sgladl B ainally 2l dgasall 305V daal
lall Laaig dadly & slullg 3,5 Jals e daslil) daklal)

sl Gl Jlaw &zl Jd dplall Slagailly uall ~latinl) dayy
Al (bl e aal) ) Giagy (530)

toal) Zlaliud) Ciips 1.8

Onleadl 38 sac e ) Cargs ) gl dleally il 2 Laminl) Cajey
(sl Ghlaa) dapla agdl @lyg Ay bl Al U g5d Sl
ac 2l apai ) ddlia) ¢ Jlall Japlaiilly yunill 8 ael 88 siall cl Ll caltim)
Al Al e Jolal) ddasy ol

Gud Ji e gile Wle AL Gabal) Jsa cilogled) yi5 daday of a2,
Genetic  udihgl) cpaaalilly ol e Apkall &)l | alaidl o
s Bl J8 e Slesleall 6 Lea oS4y 43la counselors
Gaaidall dayadl s eadsillg bl Cuds (JakY)

e Ay Adh skl agd o Tolde] ) Zlatinl) wb ol g
oadl) Ajaas clpmpiiliy 50Ul cladlially Adhsl GabaY) Y il
di pandill @hl ddpe gly ey iy Jhll bl xbl)
GLblaa¥) (8 a8l Joa Glaslaall ) Jsaaslls 858 siall  poalill ol s 33350
Ll Ay e oo Bl Gkl 4800

240



oaadlly call Bad o Ly Ablally dpuayall il Jal) - LatinV) ey
Anlially Byguiall ¢ lly paaiills il

rdalilally ddapal) dadl) .2.8

«Proband calivilly alay sl #latiu) il o3 Glad) 24l e,
O5Ss Loy el ol 1S3 ST el clally ()85 Lagyy Slika ()& Lo Ll (520
RUNHY:

o olae HAT 258 NV il Ayl Apda 4ad 33T Y)Y 2 lisy
Al 8 esill ol (il alall Gyl ddjea ) d8L) (Al
SVl Gagslg cdandl 3Vl (i dadll G353 SIS

:Pedigree uil) 3,0 .3.8

oAl s sl e jela) Alilal) Lsall diagram ol caill 3y a5
Aigme dh aV ey Lol o dliledl ahil e U s cililadl ol
@lall Al e Jlal &6 dal e vl 50 laglas Lo Jgeand) iy
35291 ang) (I Aspall Ll bl L bl V) dal e leas
iyl ol Ailall oty il A ) bl wa (215 (o LV15 eVl
byl agiale oty (Al

e210aY1) Bl dapall e oLl aa A8 agtiole mp GO () e Vsay
e Ly ) liyg &Y @l (JIsals alae Y1y eV Ay claaly calaaY)y
Ciy Chiiaall e Laghylg LGN Ayl o Lal iy Tyl () 2 iy Y
Sl e Aesene ol By kil AN agidle (e JE

241



Gsimall e aalgdl daall 2l O oy e 3 a8l 1.8 JSal) cAlal)
&) dis JS Jah (8 0 IS U il Apal) AE)Y) Qi cands SE8Y)
Y il e ey Al M A8 e ISV 33 WS (Ll n i ey
il aany o Cuill 3yail dasiial) sylaill DA e sl sl adiiagy
S (oiall Aasye ol Alaie) dalis Bl CulS el Jhsl) Gmpall Culss

algall Baneia ) (gpaiall Culyill) A ye

tmal) 7 laliud) abldaiu) . 4.8

Genetic counseling indications

As 50 e ST ) jae Aiw 35 e ST Y1 jae paia glly yee
g f el s 3 Jik e
.Consanguinity .l #1s) e
t ety Ay palyel ) bl Llile i
AlgeS >
cQalsall Baneia Eily5 B
Ll 13 05
ol Dolal clhac) >
Lardlilly Jaiall aall 8 Jie 4iy) e lalaie) JVY) gylaia il @
dally Gaudasgiall e
tdadng Jesll 8 3535 ol @
Afsall 35 715l Lasi >

242



ol Jeae (4 s Wl >

cadll Juadl DA Hlaay) >

) Jsene o A CI3AG 53 (Cue (pia 33Y) Sillbirth (=)
Teratogen geule Jalal (il jUaid) sl oyl

die Caldn o Al sk Gl Jik 52Vl Alile daad

Sl laleay) o i) Jaall ylas

3% Hleel 8 dals oyl LLDU Alile 4sd o

il o) Alawal) yanill 5.8

Physical examination
Lealapads KA madlall 38y Chias pe Cailivill JalS Sl (and (55
s (odsall (il Gn ddludl 2cls Jia Dysmorphic features
OsSy 8 .2.8 Sl .. b Cibadl cGall) iU (aidie
Gl Jal (e 48800 Slulall (g)ad o agall o I deald I & LY
e el e AN yead el o Aled) gLl i aee ale
IS5 epminlly eall GG Gty male J9 (goud) Jlaal) G Glanalls 32V
2 ) S LS g pasall 13y Alal) Aidy Jolan 8 Basmse il o3
el dege zilia Dermatoglyphics alal) daay ziser Ay
- sl chlaaY)

243



| Normal male O
[ Affected male O
or €5 stillbirth 3
or )  Spontaneous abortion JZ
Marriage N

755,

Offspring with unacknowledged
parentage

Consanguineous marriage

No offspring

Marriage with three

Normal female

Affected female
Three unaffected females

Deceased

Sex unknown

Pregnant

Non-identical twins

Identical twins

Twins of uncertain zygosity

Obligate carrier
(will not manifest disease)

children ﬁ ‘
J
or™_ Proband m
P
[J__]_ Examined personally O]
~—{ ) Divorced

Prenatal diagnosis
with termination of D:]]

an affected fetus

Asymptomatid/presymptomatic
carrier

Adoption

cal) By (A aladEY) dadld el sediy g 11.8 JS)

= = L Interpuplllary distance

k_ __/
| distance
Outer canthal distance

Guiandl o Zaluaall ﬂtd‘%

L= B Ao st
o
nth

| S Al G Zus R sl

Al LIS madlal) Al b deadidal) cluldl) (e :2.8 (&)

244




diall ale lallully (el .6.8

Diagnosis and genetic investigation
O Y Al Auall (mhadld 38 padiill ) Jgasl) Aglas e Y
Jab e Gmal) HUaial i adiey LS Miae il 2 latinl] o5, @l
il puay (e Sall) ate dicy LA (el e Alilal) ol Calid
Aidle oy o(Badiall AERY SN O e LIS 4 WS) e
) Adlia) a8 giall Lpny il il slaally Ailall po e siiall dhy il Culays il
Goall sl ol Auhy Jie sl dpal clelagiuy) (il
Agiiall dagdendl Jalaall ) dsla) (DNA ) dlule Jilss (Karytopye
(ol antill aginalie (o Saill are S Guladll (aliil) sl Jla g
O Liph oo ey Al eI She (e agDlas o Jpand) iy
il paszml) ) Jea gl
ladadl) (8 ) pasdanl) (7.8

Pre-implantation Genetic Diagnosis (PGD)

8l s byl ALl #1950 Ladlal) clylall aal &inall 4wl 038 3
2Ll ladl) bl ¢ lol aiiy cddgyme dppua clblal ol saaae
Gliay g clad) a4 §) canall )l Assisted Reproduction techniques
b gliie) wy & ¢dg)ols Embryos glas A Jsmaglls zs3l) cillais dag )l
WA sz gliie) ol Early morula 3,SLll & gl dlaye 6 G )Y Cilapussl

245



Jgag el Ay 48Dl duall Ll ) 25 Trophoblast 4l 4as )Y (e
Aol BaY) Jiiy Apbaall aaY) aleiin) Sl ABladly Cag yaall ol il
bl aal) plie) (S dagil) e dal) Gabe¥) G (A5 caall )
3.8 Jsall ciibaall cilimysall saiind &3 e 4dde Ahsl Aball e sl JaY!

:Prenatal Diagnosis syl J&@ jadiall .8.8
cpindly Embryo i)l 4 Jilsall e e 325l 8 pandidnll Jaidy
s b Adhl eV Jal e sV U8 (el o)) il LFetus
e less aty of s J8 padil (Kayy cdeall CVls a0 %8
iy Bylad &)y alieY Anize Byghad Aui Lagaal Al a3l Aislalal
el e (A sl e gl e SES aaal 3Vl J8 pansill Yl
sale) YW e %93 4 3Vl U8 panddil) angy dileal) dalll (g
o8 el e aaY) il cun OIS Lagas - Gainall 200 dilalall
Dlia) ang Y 4l a2y Cglladll HLEAY) s 6 Gang 3l Ayl Jaglasll
Jla by 135080 S aleind LSy ) LAY (e de gena ia Vs 2al;
QRIS Jlsf Tan pall cyad e dend) oled) 5 ) (9055 Al JLas) dail S5
Ghh e DES g gl okl Jal e osad) ) palea!) Jsans
many sl bl el Gbhaea) e llae) s34 (8 (el
daagpdill 38 el iy (Ultrasound cosaall 3il) saally gl
AN S SRR RC W P OV S Q1 TS P BN

Chorionic villi sampling  Jlebal slesl) slaey)s Amniocentesis

246



AibesSl by dpuall @l oalil s m Jo Jasdl
i LS 4.8 J<all (DNA (S asiia ) (g5l Ay g ¢y gual)
Juasial) Kays ¢ sl ol blal Gany Jal e &) a3 deae oliic]
CHERY) Jal o casedl adll o 5 pull Jiall e Al DAY e

1.8 Jsand) i)

Pre— (iudaill Jd gl pedddll plpy dldadl clejdl :3.8 Jdll
.implantation Genetic Diagnosis (PGD)

Y (bl aad) olis) .C Ayl Lag Y1 Glie) b e ¥ andll olic) .a
S (Al ol galall SLEA) Ua) qugllal) Sal) SLAAY) s )a) 1) aay gy
aAlal) Asial)

247



5Nl g panddal i i 1.8 Jgaall

sl e bl el i

bl s
lariall cllel) e cilie 34
@~ dall I
(aS—als) gaiall e ileja

Cigaall 3y gl
el ppaill e g Al sl
A sy b oall LA and

AMNIOCENTESIS 4 Centrifugation

4 .
f Amniotic

Amniotic fluid
e : Supernatant
fluid \\ withdrawn fluid
Fetus ¢
(12—-16
weeks) Biochemical
tests
Placenta
Cell
culture
Several

weeks later

A8 AR

Nextday _ H__,‘# _}{ _____

Karyotyping

Chorionic villi
CHORIONIC VILLUS SAMPLING

alilell plicls Amniocentesis Ll J3 o @i aaf :4.8 Jsi)
.Chorionic villi sampling dsilevial)

ladnss e gand 3 dgiial) LIAN 65 e ¥ (gobd) L I Jla
Sl asall 8 Gl Sy o S cn B ¢ rall a5l ) ladl ¢l
Aglastal) Ll ey

248




:Amniocentesis .} J3:.1.8.8
o OWEAY) 1aa W (gyah . omall Tamd) (ol J5Lall (g0 40aS i sa
castdl Bl e o 180 sai aagy . Jasdl (e lesad 16-12 (G 324
el 28 (Gl (e ae s el sl 35, die Al WAL A 5SS
Aagiad Jag pd ity et il o deall G 15=12 g G 3l 615
sl masmy cipall Gl ppailly Ladiall pia s el g0 2 Vs 32
Al gine IS skl JiLa) e Wagha) (e ) dpial) cul)loal! aaf 2.8

giad) Aoy colad) Jilud) LYA o Bladl) clidy) :2.8 Jsaal)
dia il

ol aaall (goail) baaill uai @
(ol (B Glapy) Glulia) cpiall gl cLesll Sliglic o
cinll DNA Y jad s o

ddladall clledl) olie) .2.8.8
Chorionic villi sampling

o bl g5l e ey Griall Aglesiall LGN e e 3T gya)
ds ool (il She alaze 8y 5 Al o28 Cinpual Sy L angles Jaal

Gli el ding @t Jigadl e 5 plall s PA e Al 23]

249



sha¥ Dliul (Sa muall ge ile 3575 i dein K i il
chlaal elaly ¢ grauall o5 daaill G GXS s ¢ Griall Guin (e pasad
o) likaal y3ball Jallail) efya) Says -DNA I Jalladi s ¢y guall ¢ Lias])
Glle)l clie b (Aildudll ) Gl G (Sl delu 24 Dla
ay AT dilaty il i) Gt 13 o of Wil Juaiy 4ilapial
sale ile 5 lajlaie die) aled 3-2 axy Al (e degyall AN Lo
gl ¢ Lasll Jdlas of DNA ) Jillas L (clbraall Jdail 268 ) il
WAl ¢35 ) dals Lags Wles copepand ) gosnd g o5 o (Sad
LOlual) (e
i Aflaniadl clilesl) clie 8 3a5msall B3l OV alaza jsels sl
Ba (Ll O ) e pliag 5 (ol B Gl e el Yy cdasiial
o saebadd) Jaf e dila clie aeie 381 0 ) e %2-1 b
Osial) 48 of ala e A3 3y guud) Jall U2 .3.8.8
Cordocentesis, fetal skin biopsy and fetal liver biopsy
& ol laa e A8 35 Hd Gigall Ble el 4 Gad oSa
dal o sl eopiadl an e die 38T JaT (e daniiall ol c(gpud) Jaall Jals
goam) dia SLEAY) 138 eha) oSar canll JaI 5% e cpiall o J6 Jae

SLEAY) 138 ela ol cillalin) Jane (s coanibes Jeall (e de (alil

250



o Sisan me WVls ) 3 s e Byshad Liad aagis Pl sas
) die omy ol aidl Gigaa e bac L)
el Aall (Plasl Jie spladll aall Gl an gedd S
Sllaie Goh e omiall ala e deja 2al 4l o Epidermolysis bullosa
Gaad Al AdEny) abhlaay) YW e 4y Fetoscope (paial)
coaiill Jal e 553 cpiad) a8 e dess 330 5 e
@‘ﬂ 4o gadl) 55 9al) ‘_,ﬁ doiiall LAY .4.8.8

Fetal cells in the maternal circulation
Aypadll 8520l () s sial Blsiall LD (5 Sl Tare o e 8,58 Aol aas
e yendl LAy ¢ cpiall o Lanll by LAY 038 Jadii - Jas) 55 Jlska 23U
.Trophoblast cells (44l 4,36 dag ;Y1 WA, b giall
2 e Aiall LAY e 845 o Jguanll Bluy 238 e dy)la il
Jelil) Byh ge DNA D) Jallad Jlexinly 3350 J (i (5aéad auaiy oY)
easadll 8 Al el @k ((PCR) huadsll - Luld)
igd cad O sy Fluorescence in situ hybridisation (FISH)

Alae¥) Ky Al 5o lsIL QY1 a3 (e diial) AN (e 5y (o Jsanl
laely 2l 3a) Sy cAneuploidy Lxpall darall Dlal (el \gle
el 4 lgle alael) (Ko daaly e digh WY Al Gl Al

Bl

251



a6l by daa,ll jUais) 9.8
Recurrence risk and patterns of inheritance

G ) Y5 e Jame sag) Aasll lials Alall L350 Sallad)
Lehla Aijra ) 2 bias Al ahal JS oY Ailall dagal) chlaslaall (pa (3,30
osa i) dpeay Glaelisy Gblaal) alihy zpd (Sa Al
Jal e 385 JS8 an)ll U Grganl) s 2 aeall Gas ¢(Silinsall
Sl () eV s L oubad) e a8 agd Lay (Al abal Calid
Agpal daay Glllia) alasiul gy pall (e 4l ¢ Sl (adl aun b
Chlall agdl dyygpall Glagleal A8 ) ~lanu) daey of
J Gaiiill (Jgeally (3lay Lo agr dalall 3 i) aghyl AAY e giial
Ly osSe 8 4a@il Llaall o eiall 1 alayy Jaall sle) oYl
saaly zlativl duds (ge 81 e Jseaall
dbilal) Jla Adal) alplacy) .1.9.8

Genetic vs familial Disorders
ahel e @nm Sbh o Jhgll (all Chlasm¥) (adl ey
Ol claiid g dasall caall gyl agtl e ) Al e e g
s bl ) P e el o) L Lle Ll a4l
(Ahsl) Alalls Al mbe¥) G Dpall sgall e ALl e

(B8)0) Anad) salall YR Ui 5f JelSI s lSLe 58 ad) lylauaY)

252



K

@i IS5 Gaaty (Alilall JE) e d2e die Al Gl aey il

Sl Ghlaay) cpa 8 ddany OV e Al B cpasg RJERSTS

asee b 4t ol Ll ol b legs ST (€ oA Gy g ()sl)

@A) Clblaal ZE i @ig)se Dbl Gl s (6 S

(D ol menil) il o pail) sy

Lad i Laily ol (gl padil] & &0 Shla @y el Y

Aaall) Jpeal) 8 dea )l sl Jga Alilal) ol il 7 Latind Jal (e il gladl)

Lhgll) bl Jeadll b Lgiady & ) &l 5k Y dawd b L s

(AJOU Lysll) ke salally (ddaial

Autosomal Dominant Inheritance sl 4oanal) 45y . 1

Autosomal Recessive Inheritance aiiall Loaall 4541 .2

X-Linked dominant i X sl aaally dagyall suiladl &))40).3
inheritance

X-Linked recessive § X _wiall rually Lhagyal) daal &) .4
inheritance

Multifactorial inheritance Jalsall 0020 45411, 5

Lyl 2556
Consanguinity 48! s 41 .2.9.8
G L 8 13 g3l S 1) A il V) Gaallgl) SIS Jasy o a2l

Cladl) Jalall sally G ol Jaig coliidia aa (e JlasiVl ol 5l 380

253



O ps (0 Y oK) Aamial) Lpsall Dl Bl o s Ghlaaly
shal Gany 3 Aaila Ll V)l adinall 3 dails e il cilay)
zlsy duw 8 U] iy (Jawss¥) pills (Sl cxighl Gagia) allad)
b WY Cana s 13y ¢(%8-6) A S daall o JWAd) 1 axdl SV
Aliadie syia Ciljgen) Al CNsjaal) Gan dag (%4-3) G asee
SH Byalil) eV e €5 (Rl ) AEN S cepall ) cLdlaadl oy
Lol agee (e LQ}:LAI:
i) (o)l dalles 9.8

Treatment of genetic disease
& oSy aialles (Sa Y Lty sl el el of L la lie) aa s
Agall (bl abed aspe Ze il Joliie 3 oaag dilead) Ll
Dbl e a )l Jlad J€8 Ladud) Alall aa3 o S ilallaall 038 (ans g
a5yl Jaaill agay
dgall clphay) dalles .1.9.8

Chromosomal Disorders

Apay i) dadleall i 28 Apuiall Glraall Gy GlhhaY Al
Asadd) a3 ol (K15 4 Sl dpial) Sldiall el sl ) ghail) Sl sasedly
LeLall Bley) L)) a5 L sale Lanall cilgaall & ol axe o) L2l

payal) Aadlaall i V) Ld 2l Y 0 sl cila gl e U

254



Q,J\Jﬂ\ cmall @l el :\AJL:.A .2.9.8
Single Gene Disorders
aag 3 il legd JSYI Sl el clhlaal i 3.8 Jsaal) aasy
2l 8 Lnall gl il Caenw a8 ol e sdle Jld 2dle L
(il sall san sl Jalall gl puai) Jia) L Lo g 221S) AL LS 5o
AT ey cinl) Gl e oSl Giag Glad) & Jeall Jealsiyg
el Aanills I Jileie Jmnpe () Laal) WIAY e iidas o 28l
oadt Ala d5pe JgY Aaalill Lnal) el dalleall o sy L il
aaslll Severe combined immune deficiency dwall 4S yiial) dc L)
cNlae lliay .Adenosine deaminase Ll 52 i) (aii e
Sl cpall bl (e ddlide s Y a8 daEl) s3a Jleain Y]

Jlad e Lgaaiy il

Leadle g uadl dpala] Lial) cilblaay) (e :3.8 Jgaadl

Jlaill = 3al Ly sl
Lozay gail) Ay gapedl dalledll SN (5 < i) Lo jh
S sl YT Jadll aaas S Jusdl) aly
Gsl) 5l aaas Laay) 5Ol
el Jaladly dpzay gail) dadleal) sl
phall )5 pd gl @il de liall s

255



=3 ¢ Jilgudl e 3yuS AaS Jols Cystinuria i) dly
ol Jlatinl | Polyposis coli auigl gall el ¢a
Crmgle Lalally oan gatill adll Guslelale aad
plaall 3¢ )3 Ll AUl

BI2 i clislle Joiall (aes ALy

LIl &) Gl (8 LSl et el
Crpadlusiy—a Oy &1

L9 dpaall Bl al) s 5 S dajd
Jlakall G2 Sl eall QN s

3y )Siall 33l sl § Luall ¢l
Hemochromatosis

Jalgad) sadmta cilyla) dallaa .3.9.8
Multifactorial inheritance

sas A et JSYI Qalsall 5a3mie cilhlaal) iany 4.8 Jsaall easy
aal Al e Ll

256



gade g Jalsal) sasie clhacy) (e :4.8 Jsaal
ladt) o Mat) sl

dalall clially 288l <18

syl Gl G

A0l dalledly dalyal) Nl Al ¢ )

Af)gall dallaally da sl bl o5e

40 sall dalledll @Sl ¢ 1)

A 5al) dallaall bl Jaxzal) Lajd

40 sl dalledll & yall

G yaitall clydaal dallea .4.9.8
Mitochondrial disorders

oo Aealill bl duapal) dallaall V) jualall CE 8 aag Y
bl Glksa
Lacall WAL Adal aljhay) dales .5.9.8

Somatic cell genetic disorders
dgia clblaal oo Sllayadl gl — JS 08 ol g alane &1 V) i
Glallas e ST lguand ALY Cilallaall (s 2ash Aol DAL

Lih G e Aallaall 6 A leanyy dakle

257



Counseling and follow up 4daliallg zlaii) .10.8

33b o cas el e oo Alall ALY ) Gl 2 latiul] zliag
) oy of Lslie 058 a8+ ol Cm g 3 A6 (g5ise 2yl 3 Gantl)
ChLall & calulie s pajall jy Clieliaally 4yl mdlall #5ds Jual)
By payall ey gunll Gl 258 (Sa Gl day cdauliall Laally Ladlal)
OSay Gl axy @ danagll JIKEYy Zilall e 2 @l e acly
Gasyl sl sae clua

i daPlie Jie adse dualaid) Alie dnal) albhlaa) e 22 bl
el g caa 26 aabaidl 8 e s ) zlss Ay (Turner
Glaglaal) 3hlaal Juall ~lannl) by hainls dalidl e DUl
g2 Aaaldl) Anal) el dallasy (a8 Laall clyslaills s0all
abaa A ole JU4 Non-directive gag e Al zlanu¥l o
Sl AL Al El A @5 Y cEnaal) daaall dadail) el daaidl lald)
85 s (kA palaia) diiayes mcank) malill Hia g) - el 53
By siall Chladl Jlae Slagls agdll ALE Clalhias 4k Glosles

258



(Glossary cilalhiaall (uyd) 3yuall

Chromatin: azuall 3ol
A slsil) & g plls Ll e aeia)
(L) )kl

Chromosomal aberration:
(a dgAd
Clone: il
Codon: ETENG

Complementarity:

(Rsstll Gmsanll ) Gaalll fane
Complementary DNA:

adia 5l ol B

Concordant: eilse sl 3ilsia
Congenital: PIEN
Consanguineous: PRy X
Cross — over: e
Deformation: o'
Denaturation: G
(st pses)

Diploid: iruall Lauall Cacling
Discordant: s e sl G3ilsaY

Dominant:

callas Alla 8 elad) silu 4
(a0
Downstream: ¥

(e ipal Annalls 37 olaily cidludosl)

259

Acrocentric:
Sl il byl 1 s
Alleles:
(s ol Calide Judus) Jlf
Alternative splicing:
dead) i) Sl ool
Amniocentesis:
essad) il s
Aneuploid:
el gl i e S e
Association: L)y
Assortative mating:
(s zgl5ll) 5 Sy gl
Assortment:
Al clraall o Jlas)

Autosome: [ERWENgE T
Burden: ce g Jaa
Carrier: Lodla g daal Jula

(oo il Allade (358
Centimorgan:
Eigan Jlin) L) Ll (he dalsd Joh
(il %1
Centromere:
Sl e gial) o

Chromatid:  asles U i _xuulall



Genetics: (balysl) 250 ale
Genotype: il Jaaill
Haploid: Lapall i galal

(s uhel) Lguall

Heredity: (Sys) s

Heterochromatin: pladll (yiileg <1

@

Heterozygote: ) el Calla
JYY)

Homologous: i Jilcia 5 (5ilkia
4ling

Homozygote: S il il
IV Jileie

Hybridisation: Cpagd
Intron: QgAY

(ol Ga Brare e ddlaia)
Karyotype:  (5ssill Laadll i aullall

Kilobase (kb): el 755 S
(sl 255 1000)

Locus: (s5e alsa
(rsnall e Lyl 5o
Loss of function: 08 3yl
Adgls

Meiosis: Coalall aLudty)
Sy

Missense mutation: L)l 5kl

Empiric risk: il jUaiay)
Enhancer: By Al
Epigenetic: )5l 55l alay 3latia
Euchromatin: &l ool SN

Exon: S

(sl s Byl Baliall)
Expressivity:

3 ekl

Familial: Shle

Fluorescence in situ
hybridisation (FISH):
sl 3 Al gl
Frameshift mutation:
oY)zl gk
Gain of function:
Bkl o 3
Gene amplification:
JPATEN ENENA
Gene expression:
Sl il
Gene: O o) A yga
Genetic counselling:
) 7 laiin)
doual) 3Lanuy)
Genetic engineering:
Anall daigl)



Teratogen:  f xule dile sl 30l

wns

oguia

Trait: S G Alba (e da
(--dshll (e o)

Transcription factors:

Fla¥) Jalse

Transcription: & syl
( DNA 4 RNA ¢ L)
Transgenic:  Lua Jae o jjak
Translation: daayill dlec
(s Aol g Llaial)

Triploid:  3n Zuuall sl 6
{in e gene 3 ol (g5a3 (1)
(AL

Trisomy: (Fuall &l
1Y 2 Ge Y a3 D)
(3a]) Cilraa

Untranslated region:

2

Upstream: Jaxla

aisal dauailly 57 o laily O Uduall)
(O

Zygote:  iiiaddll f daidll)) dcayl
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Mitosis: (gsluidl o aal) aluisy)

Sl
Monosomy: Fuall saf
Multifactorial: Jalgall 2axtia
Mutation: 3yaka

(Aabsl 5f Ll Sakal) 3 )
Non — disjunction: JLadi) axc

Nonsense mutation: i)l 3kl

(il Zoie)

Nucleotide: At alS g1
Phenotype: aall laaill
Proband: il
Promoter: omall acasa
Recessive: (il
Segregation: il Jlasty)
Sex - linked: ddasiye )y
Fpuinll ciliall,

Sibling: (s18af) sl §f &1
Silent mutation: Liala 30k

Single — nucleotide

polymorphism (SNP):

aisalS sl g ol salal SN el
()

Sporadic: — i 38

Jilgall )5

Syndrome: A yia

(0aheV) (o dading de sana)
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