HUMAN S
MOLECULAR
GENETICS 4 coimion

TOM STRACHAN AND ANDREW READ

GEENETICS

Concepts and Applications

7‘" *‘,M
A% -

N — 4

Ricki Lewis

24/03/2020



24/03/2020

GLOBAL £
EDITION

Concepts of Genetics

EEEEEEEEEEEEE

William S. Klug * Michael R. Cummings
Charlotte A. Spencer * Michael A. Palladino

PEARSON

All interest in disease and
death is only another
expression of interest in life

THOMAS MANN (1875-1955)




A B pdalaall
43 4 gl @v@ﬂ JAda

| &y il al jaY) agd

4y b ) g e G oSl il & gal ) el 2y @
SN Jal (e

s Aaalil) sllaall Ciddls y Lal ¥ Adilial J5Y) e i) o @
Slalt aa) AdUa) g Lgda ldill

clkd (Bacteria) el (Viruses) G toaall i @
JI (Toxic substaricss) 4w 2 g« (Parasites) <bléh (Fungi)
L85 ¢ e (Bioingically basea dysfunctions) ¢aslss A

.(Malnutrition)

(Pathological effects/agents) 4l ¥) Jal gl il (520 Wiz @
Blall digli/de g o S )
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Al 5 O pal) s

zbu ,(Angry gods) 4t quad (Evil spirits) spsddl gig ) e
201 winds) 4 aa

Galal) cladlly 4kl At aa Ll Sl ) 028 as*i“\w.
"5J5311§:§sﬁbiiglﬂéaichaei‘;ﬂ[g

d;\:é O u'abgm ?"‘35 ray uj:. 3\.3#4‘,.\3\ Jawadl) g el pid aclu @
ol (8 a8 4B ) g gl Cratls dale (ullane

Louis: Fasteur  [1910-1843] Robert Koch :0a Js @i @
Js el laie | Gludy) & ) Y agd 8 St Ladli [1895-1822]
2l Garg o8 A gaal) (A g Saal) Gl gas o Lagia

- ¢
Robert Koch Louis pasteur
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https://ar.wikipedia.org/wiki/%D9%85%D9%84%D9%81:Robert_Koch_BeW.jpg
https://ar.wikipedia.org/wiki/%D9%85%D9%84%D9%81:Louis_Pasteur.jpg

i Al 5 O pal) Gua

AN (aal pa¥ cpa JSY Afiall Jal gadt cppidiad) ¢ S030 il uﬁ CiilS) o
g2 (Syphilis) s A3 (Tuberculosisy 241 ,(Typhus) oasid
,(Cholera) ', ,(Bubonic plague) ks ¢ ssall ,(Smallpox)

(Malaria) s1a: ,( Yellow fever) ) all il

Clalill) yghai Ao cpfialal) Lt i) Jat @i oal ¥ 48 pa ciclu @
) 45008 6l) 5 Andal) ) MG g 2000 sal) ciladlaall 5 (Vaccines)

Jard) Ciguls cuaty Bl Aadil e uéb-"f‘ G el ielS o
M\HM\JJEJM\ﬁLd‘@\MU

! il g (el
.Quwouhsc)b\yw;,\u&i%&uh sl gad) 0SS al @

(Familial diseases) dslilall (al ¥ e agaldil gfiald)l X, o
Ludll) o Adeal) clyl Yl (Cancer) ool Jia s Al c¥lag
(Meraal / psychological disorders)

@ Jaila (pil g8 IS Bale ) aa (i, N Cha £ il 13gs Aliadl M 5 @
Carl [1935-1648] 'Hugo de \'ries :slaladl (e JS Jd e 40 9l
.[1962 —1871] Erich-von Tschermak s [1933-1864] Correns
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| Carl Correns

FErich von
Tschermak

(}[ugo de Vries

i a0, o) ) Y

gﬂ‘ QY%&YU U'A\JAQ\ &Um\ e Q\éﬁf’db Q‘Jbbﬁﬁ\\ I Ajdﬂ\ G;IJ:Aé ()
Lo elaial o duh ciile ¢ Aaali Ll faniy Alile el dusas

) Adcall 4351 ol cyMNieY) S e sl g (Flemophilia) wselll oa @
NE=NEABEN

Baaly dlile e 381 4ulad [1665-1603] Siv-Kenelm Digby &30 e
o Wl B ((Extrathumib) Bl s ssla Jual 4wl o de 5 5a
Jaadl (B ) gall sy Sy [(Juices)oud s3] LAY ama a5 Gb @i g

A

Pierre- -ouis Moreau ‘de Maupertuis Clallall a8 sle 100 2 @
@L.A\ 5% Alla 43,5 4wl & René Antoine Ferchault de Réaumur s
Sfllall b daaly 48l gtk sy (Familial polydactyly) ddis

Lagls
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Families as recorded by
Maupertuis and Réaumiur
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‘ Jaile CiLas) S8 451 ) gl a g¢da

A3 3 b William Harvey a<s :1600s o
I Gl Gl 8 g (Snigenesis) ol siall
Aadliie clabodds) AL wbis ey dalle Loy e gkl

(Preformation) Gaweli' 383 43,55 :1600s o
Gl e TR ba LS Gh o aa
LAY Aauh (2 “dsase  (Homunculus)

.(Fertilized egQ)

s Matthias Schleiden :¢» 3s a2 :1830 o
Cell) 4sial 4B Schwann Theodor
A Gl Gh glallal)l ek Wby (theory

Mo B g ga LA (e LAT LA (e (3%
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i Jaile GLESS) Jb 43 5511 o sge

The Origin of ) gkill a4 Charles Darvyin, (=as :1859 o
Jaa A8 aalg d«a\ G dadt Anald) ekl ol /,.a,.m\ Ledy ,(Spec|es

(Natural selectlon) k) slilaal) st i g 7 UJJM JJAAAS‘
Alal) Lk e OALGAl A el 2285 1) g

slibhaa¥) 4pa il lilida | jsal Alfred. Russel Wallace % o
dlaaiod Laa JiSH cilady el ddalh Sl cleaad G RS ‘_,.u.d:d\
o) A (any A A Al nLa) Jal ¢ sl 2% Laa Aa.uhl\

)9l gl Jaila

2 A8l cldlal) July &gl Jea Adlagl jailal wES 1866
£ ol (a8 ) G AL 2 01y

N\

(/
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i 1957-1900 A& (i 4315 51 (2l aY)

4l a ggda (30 1900 alad) B &l gl A Jaila ol g8 CilES) Bale) € @
SOl (sl 430 gl

(4 » (Units of inheritance) 481 laag (b gl 8 Juila ¢S @
AN G B A ciliua 33a

$1 2k Gapdal) CRY Ay sde aulll il Algd B slalal) (ang o8 @
=9 (Hemophilia) sl 4i33e) 2 L 43,5 asa 9 LY Gl o
.(Defects in color vision) ¢\ s

uan ¢! g a3 JI 2525 1908 ale A Archibald Garrod ¢ e
LA AoEia) eladl slgia Wlawy chady) gal 480,80 () Y
.(Inborn errors of metabolism)

i Alkaptonuria

sady) e Jas (Alkaptonuria) sl Al s sgdiul o
A g gall ADNELLY)

e sk 4l e af ) e B Al (Al (e Aghid AL w5 Y e
2l e (Arthritis) Jaddl ol cm o £el W Onbadd)
.(Ochronosis)

TS da b (a8 3l ALE 2 3 gead ol RS ALl Cpiliaal) g Jsats @
OsR) / il sasgd) ORAA (G Bl ClaS aS) S Qo el
e s 2 (Homogentisic acid / alkapton)

O G R 08 a2l A sy ALL Gabaal) (e s Lawd Gl 158 BaY @
O Alal) gdas cilsy (First cousing) (As¥) 4a all Ge dagandl sl

TS

Lbaa € cpall ol AS) gl (Sibling) cpbibs
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{ Alkaptonuria

aSii olis Al (Trait) A8 cols dugalell AL 1y s e o @
b S Jae La 1) s il g quma g ) At ek UL iia ga sgd) (22
ilida (& e ) Gaeal) 13 Gl 43t

ey gl Ao gana oy, AT of jo G e Jigad Bale a3 Shag e
ol Al Juadly Lo miia Al A e Y Ay Y
.(Biochemical pathway)

i) Gl A its!) All 912 buay e D Gpeanad 2y plalal) i @
Hormogentisic acid oxidase : s Aadl ola b cghaal)

El E2 E3 E4 E5

! ; : : :

P1 = p2 = P3 -+ P4 - P3 = P§

Garrod's concept of
inborn errors of metabolism

O Lalt 4350 611 ISV S8 5 0 9¢da O\S A8l @

o8 el Gl Y e el egadl dbasl) Galud) Al -
by

A A B pathdbans) g0 A day) e slalal) o judadl -

Lo A8y oy A g'gmua 4251 o) Dl sl () AilSa) Jo ol g8 S, @
Sl g ) / Gleg 33 Z ) 0o

kel Jeabead Slad aasd 457 gal) ol cpa 3l (e 358 3y Gla) il @
Cfgual) (B Aiaal)
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| 1957-1900 45 ;51 () 5aY)

[ e U8 Cudall G AN G JY) gl DA aleallg sludal) Al 13 @
.L;U\gc*uu.‘!uzu.‘\b Mﬁ&

@l b baaial) LY ol Gisia b (Dellagra) 3263 (am gl o
s Ol aead Jala 9 20 gl jall 1 Ol (pa s (B pidal) () JB1)
SN sLVI L Bae e A Gl sal) 98 ans Ay

L 1830 (L1016 ale B Joseph Goldberger &bl BaY o
Copil) 3310 Lo ) clgall| 1a g3 4l M) aa g Vitamin niacin Jse
1933 pladl s (A1 aniaS

| 1957-1900 & ;89 (2l oY)

A sleal) Gyl cilina JS Gl alie ) ¢ pdal) ¢ & A ouldl) G (25 @
glallly (Poverty) Jailly (Piety) o &Rs iy Lade cid
aa¥ls (Mental disorders) 4dic)y clihaYly (Success)

(Intehiigence) #& g (Criminality)

J(Folladi Ao g 50 dymal ¢p2, mosndall sl V1) B ldaad) (o 8,58 il i
A(Genetic degeneration) (s (i ¢ yha b

ay oA (Eugenics rmovement) el Gpuad dSja clii o
Jbaadiall
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; Fugenics Movement

il cld g LEnY) da) g Sasdal) clY gl gé Jedlf, (o AS 2 XS @
L5l daldld) A) jaudl) ) 98 A Lua & ual

Coam Baadall cLY gl B (g8 £ gyl Jad) oladly AS o) sda Cuady @
(Court-ordered sterilizatiohp sl el slad) ¢l ok 4 sa
JEEYLGlad) (e pgadad LY age GalddN

Oliver Wenidell Holmes
Three/ generations,of imbeciles are enough
oy i) AN G bl ) A LBl Juadl) (punl A5 ukh o
(Nazis) G ull day pal) Jlesy)

) el Al (b))
(Molecular basis of inheritance)

38 a9, (Gene) 4)gall o A ol clagheall Tang ol O gfialdl <3 @
lay Y pllal Slaglea Jaa s e La 3\.14‘3.,)24

a9 g B BaA g A5 e A Al i) g @

gl paad) adll LBA e ¥ (h“)%%’ Ul‘a 1949 aladl gﬁ UJ:\AL\J‘ f%J °
(Electrophoreticimobiiity) 488l coBlal) 458 a (2 calidy dilalal)
s A B ) gl Fsl B a5 pa s Aadd)

L 91 sangd)

(Nonfunctional) Ay £ AT A amb Gfgn Jead gip <iS o
Sl sal Ay g gl e eedal
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i Al sl Al Gl

ol Ciasal Ladic 45 ,dl A3 6N (al pa¥) A a4l ) Sss e
kel (AN Cre cliadd) A ) (s glal) e A al)

& gaal) cllaad) Al algs dadlhea) 48 Molecularization ) e
casiie il 5 9gil) paaal) A oulll Galaatlly gl s gima lo
Gs3l (anally (Deoxyribonucleic ‘acid: DNA) s 8Y)

(Rritanucleic acid: RNA) ¢Js=

Francis H. C. 5[ -192¢] »James D. Watson ¢tallal Gl o
Laglanll ashad) JS b 5,51°1953 aladl 3 [2004 —1916]Crick
DNA A A g 5tal) Al A Lagdliasl ¢lld

l Lall Ady ja wilias)

) aa g ) Ul Al Ao lall DNA ) 4y g Ll is 53 @
slad Cpfmalead il and 2y Agaal) 4350

el AL B el mhgad B AL ) ) cilaghaall cp 3RS AT -

LAY daa a Gl (8 LR AT ) 1) e glaal) s lai 4 -

M

Nobel Prize in
1962 Along with
Maurice Wilkins

James D. Watson Francis Crick,

24/03/2020
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s AUAD Jaadl) g i) gall
(Genes and Phenotype)

L ) S il il Allsy Wigay Usida duglhaigludy) iy o
LAY e Aad) cliil)

Al o) Uaag LB La 1Y) osly dladls clady) el of aokicd o
DA agn Lad () eilidy

Jua¥l s Ao o Al Jal Al sy i Gaday M) L
4 8lacial)

LAY Ge aa) gl Cliia () saay Al £ ol e 3181 G i @

5 w9 4,9 Jalge G T fa (Phenotype) ¢ alall ball o
S e gam oY e ee il gia DA Sl g Juall (g Uil 53 Jikal))
(B Cn AY) g Jual¥) o 458 A5, da J8hy ddal) o

| éﬂw\hﬁ\jﬂﬁ)}d\
10 S ) clilall Laie g Jual e Jan 81)Y) Cracdi) @

C’Q mjj’m ﬁé aéhﬁ“l\ ‘:‘\Jﬂzm‘ CJJS,'Z’ OJ‘ Sa ?éjs 5.“ “S.i _
/Baaliall 438 gLy culdyay)

lilally gl & glad) L 8 la g g 2830 Jalad) B lgall -
Ll 8adaa

Al Adkall maas 1) oo Laadls Al g A8 5 6l Jal gal) cali @

Aol S Lagal Al g s sl (Ll 138 Uagy s Jaall Jijle @

24/03/2020

14



{ L) g 43500 Jal g

5
P=G+ E

P: phenotype; G: genetic contributioir;) "E: environmental

contribution; The sum of G and E equais 1.

Lt g Lt a0 A gilal) ¢ha 3 sEaa T sa (8 Ka pun g el oy B @

109SEy ,dals gy ApinlYisall Aladl o 8 g AUl baall) g ay -

G=0sE=P
089 S A 1) Lad g Tl AL (PKU) oS Jsidl) Ay s @
REES
109SEy ,dalS g8y &0 )l Jal gall Adad) 0 A g AUl Jaadl) g my -
E=0s5sG=P

{ OMIM

[2008 -1921] Victor MicKusick uwl @
dadla B Al MGG ale B Gald)
4y pdall ey (Catalog) 5045 Hopkins
A 1487 1ed (98 1966 ale B A gl

(CIVIIM :am) A3l 3k

LBJA;Y‘ &}«‘.;.\J Jlaial «* OMIM i< o
L) clalsl A Y
An'ine Mendelian Inheritance in Man

23 Ala 15000 (e ST psall b gall aua @
1854l Ao asaall dalia

http://www.ncbi.nlm.nih.gov

24/03/2020
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http://www.ncbi.nlm.nih.gov/
http://www.ncbi.nlm.nih.gov/
https://en.wikipedia.org/wiki/File:Victor_McKusick.jpg

{ OMIM

(r ds gare OMIM ) (B Aigaa g pda g Ikl Adla IS Alia’ o
o3l e 85 S g Aol Bl

OMIM 3l ;,dl,;;‘é.msmaéﬁbjuﬂuds:&a.

Aol il g madlallg) (Y JJ-\‘ laglea Al J8 dliai o
) gt el 45 il g Ay Sl A3) gl

o B g2 61 Glalll =it aaisall e dadld Ala JS calial LS @
oaall gl ey el

| Summary

Gl LB <) ol Gua A5 ) A5l Jlaa Bl Ead) £ s @
k) ¢l e cliandll A (Reconibinant DNA) Ll

o)yl dpall Gl gal) il CRALTAN CLIERL Cpa yaad) ki @
Lol A dllad . ST lallae auda g g A ) o)

A g Aadl s (g Wil A1 peialer A La g JiSY) 380 (S @
oy EuradlValid d3ad (45,2001 ale (B s pdal) Ll Judedl

24/03/2020
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! Jaila LAY (a1l A2 g0 JBHS e (a) Jpin

DNA shown to
carry genetic information.
Watson-Crick mode)

of DNA
Chromosome theory of ! Recombinant DNA technology
3 inheritance proposed, developed, DNA cloning s
Mende_l 3 Transmission genetics i begins Appl't."l'o" ql
work published coctred genomics begins
N ; -\ P ;
L3205 (19305 |

18605 18705 18805 18905 19005 1 1L 1425 {16505 19605
1 A e -]

. ] T—T—— T
>
I W,
Mundel'siwork Erji of molecular genetics. Genomics begins.
rediccovired, correlated GEne expression, regulation Human Genome Project
with ch amosome behavitr understood initiated

in meiosis

4 5 _yalaall
dlaial) 43) gl
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i“@ * (Glossary) clalhuaal, daid

Agile sl g (Traits) <Al JUs a1 :(Genetics) &1Ll als o
JeaY) (s L ol gl clilall g A Jus) 2 (Heredity) &1L @
Alilad) g 6 Al 53 1 (Genealogy) <) ale @

calalia (ha L Lay (A GiS B A1) o)) Bl kS :(Genome) asisall @
BFarh s 9854

Ly g LibasS A (A g L)l Claag 1(Genes) Sl o
AGIa A daluaal) cilis g i 3

Ay Y1 A31aa 5 Jeadeas A e A58 61 e glaal) JB4 ((DNA) LY @

i#&@‘_cu '( (g[ossayy) Qlaih«a.dl.) 4.4il9

Balall S Ay gz @) alad) ;(Cytogenetic) Axsiad) &1, o
@ 315l B Baalgiall (Chromosomes) ciiduially Atiaial 435 gl
(Eukaryotes) il <lida

) 316 B aa) 555 45 e Al X ((Chromosome) Ciiasall o
AN AL B A gl e slaal aliae Jand g (s 3 ciiba
Li,ysl asle adilds| A Y(Molecular biology) 4l Lasissll e

e A el gl cilibandl Glall agd Ay ol 5l g 4 gald) plasSl g
) (g sia)

Ll allaal alall 138 (il 3(Bioethics) dusall aghall sl o
Ahal) Lo ol il gaadat oo L 0 clBSIAY 9 A85AY)

24/03/2020
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{ a5l

JUED) Jaad aaad AN Al aalial) &) Udde, cuay 4l gl agdl o
AT i 0 (Genes) Al cilaglaal) clas g

ULl 8 5 53 gal) 580l ciila glaal) old Lk 48 jra (S 41aaY) (e 4d) @
Ll gl Lgalis) 434 9 (DNA)

a9 Ga Al ABpsY Apuleal) gl Gaddiy agd (S Y e
La gl ol g 4361800 A3 5l s (Mendelian genetics) Axailall 415l
DNA I a5l

(Levels of genetics) sl <y sius

1. DNA

7
b O

)

7N\

3. Chromosome

24/03/2020
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a5 580 (8 Jaila cpil g8
(Mendel’s Laws of Inheritance)
Buail) S g T daawaall oladl) cuila o
) sl auday 5a (Mendel) Jaie
A3l A

L)y 83,44 (Trait) A Jale gy @
Al s ) (Generation) da e

Why did certain traits disappear in one
generation, yet reappear in the next?

Jaila las
(Mendel's Experiments)

Sl L aniiuly SV s JSART Jule goal e
.(Cross-pollination) <Ll ¢ Jakiad)l 8 (Self-pollination)

3aaa gl (Round) s :(Seedishape) WS dali ¢ ol (aill o
s pad al (Yellow) &) i 3 (Seed color) sl 4l ¢a g ,(Wrinkled)
Qsls ,(Stem height) W jad 5l Lgdgh Eua (10'p siall yasd LS (Green)
OAN J& (Purple) 4slsa sl al- (White) slaas (Flower color) s ¥
.(Pinched) 3 28« sl (Inflated) 4aiiia (Pod shape) sl o sl
V) lasac, ual ol sadf (Pod color) ssidl o gslall gAY o4l

(Terminal) <l ke s (Axial) ¢33 43l 3 (Flower position)

24/03/2020
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| Jaila L 3 30 Sl
ks ) I s e B

Seed shape round/wrinkled ¢ @
Seed color yellow/green R
Pod shape full/constricted "\
) [} (
| P
Pod color green/yellow | /
Flower viowp wiiite ' f
color % 4
| i~ ye
; ?’ A YakT
;(I,(:)::'g:, zxialfeennipal P AL € gjg
k
¥
Stem X o\ ol
height tall/dwarf & y .
‘@l ~":\;_
| !

{ Jaile o jla

(a8 (e ddua pllae) o 308 il ¢ (Strains)| gl Jaile aadiv) o
(True-breeding individuals) 4wl Al i) Al ciliall ola

.(Monohybrid cross) g A cliall ez 55 JS Jaila (i @

hash Joad Al Al g B gaall gdall Jadd e AN UL G be Jaila z 515 @
.......... Baaall o)

A Lilha Guua IS hl) day dlldy L) iy ) 4l Jaile J3a @
¥y sLY) daa Ga gy

clde (i &gl e gila de gite cililal bay 4ald sy Jule BaY @
Adas A8ulite 4l

24/03/2020
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Character Contrasting traits

Jila L 3 (Al sy

E==Id BT

2 . 5474 Yound 3
Seed shape round/wrinkled ¢ ¢ all round 550 wrinkled 2.96:1
o A X 6022 yellow 3
Seed color yellow/green - all yllloy 2001 green 3.01:1
] [ ; 882 full :
Pod shape full/constricted ‘.“/ / ‘ all full 299 constricted 2.95:1
i . 428 green =
Pod color green/yellow all (jlee 152 yellow 2.82:1
Flower £ 8 ( 5 705 violet >
color MowNe ) ', é ‘ 3 violet 224 white 3l
/e ¥
‘ N Xt
Flower i S T X 'V ol : 651 axial :
position axial/terminal . NQQV g, all axial 207 terminal 3.14:
.vl“.
Stem Fa % 787 tall X
height tall/dwarf I ,“3" ’;‘k all tall 277 dwarf 2.84:1
h é,\

Al )Y B daddiall  gal)

dadal g A5 jsay play e Yol AV AT sl Gl T il agdl @

AL A s i) 38U

P, ol P24 Ja ((Parental generation) i3 il e

Js¥!

deally

s )3

Jea

dui  Su

F =4 Jau o (First filial generation)

dial GaLadsal gl LagalS Lol 4 (0% ol 5 08 paldll Juudl (211 @
:(Second filial generation) <) sl Jeadls (Fp) Js¥) (59
Fyadd ey

24/03/2020
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24/03/2020

sl 4181 g datial) 418
(Recessive trait and dominant trait)

Ladla ot ) Gl aa By 1oy Ll dans il (L Jaila 29l @
Bo3de |k il clils e ¥ Jiad) B Juand Baraa | g

alils o AN Jaadl b dland g Jaadl Gl gn L Jaila g9l e
1 (AN3 Ay B s il 5 AT 9550 | gk @i

s AY clilal) 71550 o Ea IS Al d sl Al p Al Jaile BaY e

Experiment
1, Seed form
2. Seed color
3. Seed coat color
4. Pod form
5. Pod colar
&. Flower position

7. Stem length

Total
1324
8023
929
11281
530
858

1.064

paiLial) 4381 g Auatial) 4180
(Recessive trait and dominanttrait)

Dominant

5474

6,02

705

B82

428

B51

187

Fecessive F2 Phenotypic Ratiog
1850 2.961
2,001 301
24 3151
209 2.951
152 2.821
207 3481
277 2.841

Average = 2.981
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i a3, ¢l claa g
Jiall B Tagage S bl Bad G Japeall Jalal) @y Jita gitic o
Ja) gy il o3 b il gsd o Sy AV (F) do¥) s
(Fp) A 5 dsadl (A (Unit factor) Jiiua Jalas

Ol Al fanaad) Jalgdibuase ob(layl Jule i) e
Aol oAl Jaa e Acdiamall Ba g (Two factors)

D56l A8 Baaly g S JaY) Juadl il B 43l Jaila &)l @
29 o el ddia

e.GJJJSgJ\u.‘GJ,ﬁE 45\ Laatl) dia e A gipwall ﬁf)}aﬂg&.é °
(FL) ds) il b sl g 08 Al y'pendl il (o s

l il Jaaill g o satal) Jacill o s
LA sl S Al B g pually uSay ¥ La ddua | 5edi (0L Jaile agd @

Ll ,(Phenotype) sl bl L lsm s oy el o u.cfa °
(Genotype) (all Jaailly a8 ) ol cas A

Q—*ﬁ B (BB 3,3 il JSd Aa s AN cligal) e
oYk il A7) g3l < &) gal (Alleles )

.(Dominant allele) aitu gl )il 4935 dda ¢ Jyisall JY) @

.(Recessive allele) &ia Jali ;53 ymad dda ¢ Jgsmuall SV @

24/03/2020
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‘ F1 X F1 cross (Punnett squm’e)

Parent
‘Y Rr
y /&amete production

1/2R 1/2r
1/2R 4 RR 1/4
Gamete production ; v /4 Rr
Parent Rr
1/2r 1/4 Rr 1/4 rr
Progeny
I

Genotypes 1/4 RR: 2/4 Rr:1/4 rr

Phenotypes 3/4 round : 1/4 wrinkled

Reginald Crundall Punnett (20 June 1875 - 3 January 1967)
was a British geneticist.

Reginald C. Punnett

24/03/2020
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{ F2z plants

r,Rr ,RR 2 4 blail &6 (F)) AUl seil) diad) dlia; @
A2 1 Ay 50,104,172 ,1/4 40 Sy

1:3 Jaad) 13e clins g AUl Jaadl) 4 ) S5 quid S o

Gl (s Jaila 7915 s oAU Tl g Tl (g La A8} dal ! @
Ir <l e Rr

Gad) i) /) ) ) o6 aalill (g AUl Jadil) & ) S5 e uilS @
Lol (o dmailly gl ddeay (glaty Lagh

‘ vy X Ry cross

Parent
b Rr
Aamete production

1/2R 12r
Gamete production
Parent rr =-1r 1/2 Rr 1/2 rr
Progeny
1
Genotypes 2 Rr: /21

Phenotypes 1/2 round : 1/2 wrinkled
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{ (Self-crosses) &5 clduall
) Baadl) o Le ABMad) Al cldlail)l e wisall Jaile a0 @

-LfJM'm‘ .EA:'\S\J

33 Jual g Al g aldal hadll Gl eils A bl o Gl o
(True-breeding) a8 Jiss

) aod) cldiall Audpal (Self-crosses) 4ol cldual Jaila 2l @
Jaaas

44y Zg,\lai Omad s Al oda u.cﬁ i e dda JS e
.(Monohybrid cross)

{ P1 X P1 cross

_,*;J Gy on Jre Qe Ldic o
S
5, g . il Gils ghad) Alighy 5 puad
,); '\7 ‘-‘; ALy gh Lels Ja¥ Jaad)
¥ ‘3 \\
l L\ V]
I
(V e 1A
Y, 2 vlants
F

Y P

“i breeding
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F»

(Testcross) cduail) jLad)

Ladl Jale gual e

5;%
L& Tal . :
é”% Y, plants 42 pal cldlall) (e
F, 8 T Monohybrid p .t
) JE™  Non. cTOSS lildl) Cha Lf‘
| \ true-
- * breeding ,true-breeding
) A~ | sl s
e o Bt Non-true-breeding
< i, Sk
e v A
e 4,* “wx‘ alld gu e o
e

9 e s
. PO g J‘\ J)\ Sl g @) A

1 ) By

‘it\ 9 .

1/4 short  1/4 tall, true-breeding  1/2 tall, non-true-breeding

‘ True-breeding | non-True-breeding

24/03/2020

()

i S c;
h*"»"’i‘e
e =

P - l‘l"f 1"') 7
J} LS JsY) Jaad) il cils 1Y) o
i‘t\‘ t‘lbx Gy wt - w
‘*@‘ : \ badll Gl (Ary 13¢2 Ul Alyoh
|
i TorT¢ X tt Mo pagpiall bl
Sl O On g 1) s 3 Jilata
- T Bumad cililad Jo¥1 Jaadl 318
Tt| Tt t| Tt et ) i) Gl i 13gd G
Tt|Tt t: WGl tt Sgam W) aladia (g yaall il
Fy All tall 1/2 tall
1/2 short

Wl clils o Jaila lla @
LBl Bl il aa (gLl
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i Mendel’s first Three postulates

1. UNIT FACTORS IN PAIRS
Genetic characters are controlled by urirjactors existing
in pairs in individual organisms.

2. DOMINANCE/RECESSIVENESS

When two unlike unit Saltors responsiblefor-a single
character are presetit [n"a singleqindividual, one unit
factor is ddminant’'to the ethey, \which is said to be
recessive.

3, 0EGREGATION

During the formation of gametes, the paired unit factors
separate, or segregate, randomly so that each gamete
receives one or the other with equal likelihood.

l Jaila Cilalitid

Adiad (S5 alg A5l 43 gia 5 Al & (Inheritance) &yl ol Juilae &40 @
,slw.ui gﬂ\ il u.‘&

@ & (Units of inheritance) &g @lasg oy Ll Jaila giiia) o
«elementeny awl Lo (athly Jual) je LIAS g clial) Jaal
.((Greek for “give birth to))

Aaiia s Ay sailu cilia aga g Jaile il @

Laa Balyad g /Al Gl A8E1) A5 ol Clalluaa B 4] Ua 4058l Gy @
SUY) o) cli) sal) ciliia e Gl g A atial) alal) cliia (e olida

Sl sal) £.95 G ke 238 Gl oY) Jhliladl e AT 2539 e Jaile XK @
.(Law of segregation) Jwadll &sid Al g JS ¢ra (Jal sall)
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24/03/2020

Slalhaal) (any juwds

DA Lale Uganall @) sally clivall o slu Jadl (oild sy o
oAl aluadiy)

<3335 glhas Juile 4wl 3 B non-trie-breeding glisas Jias o
.(Heterozygote) JNY) 3 lada

a3l an g ,‘?Aﬂ SRl Jay (Genotype) u.\,):ﬂ a3l dmg‘o
(o> G (B I s e Jpedl (Phenotype) (s AUl

Lo g S el o (Wild type phenotype) sl BN Jy o
Jail gl Ladia 098 O OSan g ba (Al painna (2 Cira Y1 qus
Ai)sa yai b A5 4 (Mutant phenotype) il (s atdal hail) o
APRR Rt JUPIEQERR

| Gene segregation

Gametes
Homologous
chromosomes

Parent 1 ! E
T

=

Replication TT 1t Segragales allales z g g

in interphase into gametes s T
=/ ({1

}
%ﬁ ' |
$e Gameles combine et

g g Offspring (Fy)
f ” T T
5 p—
Parent 2 E @ %% ieiosis g
ia s TTTT, g
.
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Homozygous

s/ S

TTX tt= Tr

Phenotype
Tall

£ Sl cliaal g jad) (ubady)

In the twentieth century, researchers disccvered the
molecular basis of some of the traits that Mendel
studied.

"Short” and “tall” plants reflect expression of a gene
that enables a plant to ) produce the hormone
gibberellin, which elongatz:. the stex.  One tiny change
to the DNA, and a  c<hort pleni results. Likewise,
“round” and “wrinkied” peas arise from the SBET
gene, whose encoded starch-branching enzyme. This
enzyme catalyzes the formation of highly branched
starch-wiolecules ¢s ihe seed matures. Seeds with a
mutanl SBEI genecannot attach the sugars. As a
result, water exits the cells, and the peas wrinkle.
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s ) Jsdy JSA (A al) Gl

R: 5bel
r.no Sbel

s oM H oM H oK Ig,wh,"_ '}t_q\' @ ' '

Amylose =00 QWY 0 /4y n

Amylopectin

CRLOH CHIOH

88 s @

Sbel: Starch-branching enzyme 1

S g ol sl et

{ Y. Sgr
¥ no Sgr
YY, Yy
)
= Q
Bigakuown product {colorless)

o< &
L
»y

Sgr: Stay green
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o OISl () S A :(Genatype) il balll @

e iy e Aa3 5l ued) (Phenotype) ¢adill ball o
.gAJ\ Sl UJ;

JS dllay adaa Ay éy@ﬁdﬁy@ﬁahjh.n :(Allele) BRI
ot Lagles 09 (31 ol o cyile

Gl galS o AL (pa il Aladle 41alS 3aag & (Gene) &l o
(L0CUS) g sally (rpaal) o &35 5al) (e (24 U9 J4 50

|\"¢7¢ l_\u(_‘{('( S\ = AN R a
|~ 2 SNV s g SN Jilad o sgde

B plafia g Le A gal dlida cplili o (o glad) Al sl e
Gl bt Gl o gl iy ((Heterozygote) Y
(Homozygote) JNY) Alilais

S G AN ey Laie AACHS B Tl GutdY) et S La 1Y) @
St QS L 13y (Homozygous dominant) e JaY) Jilaia
g AN il ew e Ladia A S B Guaga gall Cnbdy)

.(Homozygous recessive) zia Ji¥¥) Jilaia

RR :AUS s dfilad) Jaile 4l s A& oYL clibdl sl Jaadl) o
Rr Aalial) gy dlildia cigag3ll rr Saibadl S99 Alilaie cigaq sl
YY) B lada ¢ gan 3
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! SIS LaMaal) Luandl)
ISGN 31 Guuay Alila 3 S Cial ¢pa 1590, Ay pdad) CE) gall Junl @
.(International System for Human Gene Nomenclature)

Gt B O g A)gall La dall asag (A a0l s * daadll il e
ey

Jia Ll c¥a) Lguany et jpail-Aoe Wl cSlY) et @
(Gasadl) a3 45 ) 5

Adenosine ) cisi¥) cpal A8 83asal) Ljsall Mia e e
.ADA*2 3ADA*1 - (deaminase gene

Ol clijgal) S (B deddiniall i AY) (udiy oAUl bl ey @
hall) Gy Ma f154 daadll Jadudy Anlis 8 Jilal) bil) Jeatey ¥
ADA 1,2 = ADA*1/ADA*2 JN¥Y) Cilliia &igay 3l (5 ALl

5

A D e I dadlal) dad

e A5 gall 03gd anidall B to AWl &5 sal) Juy A NIGiall il @
il gl adia G G () A Ol sded D g R\ Gt Wl LHD*N

A8 s an) gy 435 pal) ey Jigienl A7) gl gile 23ay Ladic @

JANAN Gig ) CLEIS) dayg oanSh CEN ad gl ey Alad) B CF (S @
Cystic fibrosis) CFTR | 549 4dsmdai CF &)sall JB (e
.CFTR & &) sall 3oy & (transmemprare conductance regulator

A gl radall cesn S i gl Cilar e ANl g 4 50 kil e
i

.(Homozygdte wild type) ah @isa) Silida RY/ R -
.(Homozygote mutant) i <) Jille R/ R -

.(Heterozygote) wsa) saie RY/ R -
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{ 43 5a3 B a3 Y dadldaal) dpandl
9034.2 @ gall Glu) 58 ABO & gallf a3 455 90 Jaii @
1900 < 2 Karl Landsteiner g (a4 sall) ja3l ciddic) o

iyl Y ABO*A, ABO*B, ABO*Q «dul¥) J&is e
AL B LAB 0 & sall) ja 3l oo A gpal)

,ABO*O M Apuilly sl (381 ABO*A, ABO*B ¢S1Y) 23 @
Jaa b aa) g3 gl 4y (aldl) (g aUal ddaai Lagla IS il g

n g1l Al L oo ABO*B 3 ABO*A i ilidy @
LA ulS ol (e 7 ) Analid ABO*O Sl Lal g el gals o)

Aala cUaadla

Boaldal (ud AiaY) (e A< 8 (Dominance) ksl o sgda & @
OF OSay Y 3t i3l b dpadial) SV Al ¥ ALalY
Oall saw ¥ 8 Juadl 1B i ad g alal B b Jad gl aalud
pral) Wadl) gpal 43y Ayjgae ol AiliasS Gagad gl a) gt Ay
o2l 98 (B aludld e >iial) N3 fra Gucadl ga-diLld) SN Gl aldie )

Y3 laEs < gad 3l gl La Sl

SN e o Bala (Ul o L) gladyhoeal 48158l Ll ) aaii @
- o

° »

I 25y o Al el all o) ) Aladud ) 4358l i LS @
W gy ilaia Ge L e Al aaiae 380 S L 13E de it
a5 59 Jaai Jga Lind Ll el gl (g 3 g rx Jaad alal (1585

S ol
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ALals & ol A3 Bl
(Incomplete or partial dominance)

R'R' 2 R2 R?
red white

R' R’
pink

R'R?xR'R?

1/4 R'R' red
1/2 R'R? pink

1/4 RZR? white

1 .. -»
é « b A 0w
e g

3 ¥
g' 4
FA X F, SN
g %
L 442
FZ g '\‘n v
CYT Y
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|

| (Codominance) 4s i) 33

A idial) BaL) g Babid) ¢ JUia Judadl st & 33 mal) e ) 21 @

a3 A Al blall day i AS jidial) Babedl g Buid) AaUs oo sl @
Al i 08 00 32 f s

ABO*A/ABO*A ABO A
ABO*A/ABO* Is ABO AB
ABO*A/ABO*O ABO A
ABC*B,/+BO*B ABO B
ABC*5/ABO*0O ABO B
ABO*Q/ABO*O ABO O
ABO blood groups | 5,1 o  onk o Lo
e, |G /_-l‘@  ACGINH |
; __________ N i | Olv_—\l 7 M S OH
i NHCOCH, NHCOCH,
H / [0 T
----C-H:O-H----l CH,OH [E&:,‘seOH
. Q p W'y I A Antigen
I Gal ACGIUNH™ OH

OH

\—f:v" OH
NHCOCH,
P2 §
CH, I
I '~.‘FucasE?H'
OH”t 1! Stbsiance
OH

Gal: galactose.
AcGlunh: N-acetylglucosamine.
AcGalnh: N-acetylgalactosamine.

Pnzyme add Sugar to the H substance

CHaDH CH,OH CH,OH
o4 =0 OH ) O N o N
|~ Gal » |/ Gal 0 & AcGIuNH )
O OH (P, y H
M bog OH
— —
/ OH , NHCOCH,
CHz. o4y
ucose
OH B Antigen
OH
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| Bombay phenotype

0O

A AB

PN
el

o/
A

- This woman is homozygous for a rare recessive mutation in a
gene designated FUT1 (encoding an enzyme, fucosyl
transferase), which prevents her from synthesizing the
complete H substance.

JRELAT leéﬁ\ b el
(Inde penafent Assortment)

-

Al ey aldlall ) AaYh L Jale wp e
be i) gall (ha (g0 (iddaa (ida JS (MONOgeENIC Crosses)
.(Digenic crosses) 4jsall (i cullaill 4de 3l Le 92

aJAY\LﬁioAaLﬁ‘dﬂLmAJSMAJELQQﬁ\A\Lﬁql}d\uh‘}hLAUAJﬁ\O
‘hju‘}ﬂﬁﬁLqp‘J\,““‘sﬁ\uQQLaLy
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JEELAl) R ¢ gild
(Independent Assortment)

Y i & (RRYY) 81 ke B e 1 sy (aad Al "G@\deﬁo
) Laill Jaada J3¥) Jaad) clils b (rryy) &) pas daraa 1o
;\JMOJJM\JJMU.huuj(RrYy) uJL\S\

S8 (RrYy X RrYy) Jo¥ Jaadl el ‘,.,ms Gllady) slja) g o
Gy ol U‘&U—" Aa.u\“.}:a.\db.a.d\ J3a e daalil) @L\S\ Jaad) il
9:3:3:1: 4JLﬂ\uu4m

RY, ) Ga1ue ¥ (e Jabadi Aoy 5 Jany S0 Cilliia Tl 5 ol Jaila & 01 @
Sheda J<lug Ry, 1Y, 1y

{ RRVYY X rryy

#J '

a @ 2
Round Wrinkled ry rryy ry
yellow green
(RRYY) | (rryy)

A RY

RrYy RrYy

Fy
RRYY

All Fy plants/=-+iounayellow (RrY’
1P ay (RrYy) Arvy Aryy

24/03/2020

39



I\iv O
KR e RrYy X RrYy
2
F, cross S
S g
%%9 RrYy Dihybrid cross
Fy RY Ry Py ry
F, 315 [ ) Roundyellow R_Y. RY .
RRYY RRYy RryY RrYy
108 Q Round green  R_yy Ry \ Q % 0
Test RRYy RRyy RrYy Rryy
S
101 ' Wrinkied yeliow rrY_ Crosses ry
RryY RrYy rrYY Yy
32 @ Wrinkled green rryy ry \ g @
RrYy Rryy reYy rryy
9:3:3:1
. Parent
elaia) clbua 48 4 Ry
- e w. o - Gamete production
O sl i) qus) A
Jia ij &ald T4RY | /4Ry 1/4 1y 14 ry
1/16 1/16 1/16 116
V4RV | pyy RRYy RFVY RrYy
Gamete production
1/16 1716 1/16 1416
V4R | payy RRyy ReYy Reyy
Parent Rrvy
1/16 1/16 1/16 1/16
VA pyy Revy Yy rrvy
1/16 1/16 1/16 1/16
e RrYy Rryy ryy ryy
Progeny
AN
Genotypes 4/16 RrYy: 216 RRYy : 2/16 RrYY:

Phenotypes

2{16 Rryy : 2/16 rr¥y : 1/16 RRYY :
1/16 RRyy : 1/16 rrYY 1 17116 rryy

2/16 round, yellow : 3/16 roeund, green :
2/16 wrinked, yellow : 1/16 wrinkled, green
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(Forked-line method) daiia) b ghil) 43, )b
Jiea L5 cld o) gal dabial) ) i) cYLSA) clwal

CCd

R/r Y/y FRAC IR TRV s JAUY Jaadl
3/4Y ——> (3/4)(3/8)RY-=9/16 i<l 3
3/4R
- LAy ——> (2/4)(1/4) Ry=3/16 &3] L3
—— 3/4Y -—> (1/4)(3/8) rY-=3/16 il sixa
1/4r
1/ay —> (1/8)(1/8)ry=1/16 i) sisa

| Al ) 3 e lada) clual Aaddal) b ghdl) 48y

G

R

g (o Wpdany Alina @l ga EB

A

—3/4 C=O A(J.!4)(3f4}(3f4) ABC

—— T4 o= (3/4)(3/4X(1/4) ABc
ro B4 C——=(3/4)(4/4)(3/4) AbC
—— 1/4 c=—x(3/4)(1/4)(1/4) Abc
—— 3/ C=—=(1/4)(3/4)(3/4) aBC

3/4 B
3/4 A—
——1/4b—F
3/4 B
1/449 ——
1/4 b

——==A /4 c——= (1/4)(3/4)(1/4) aBc
— 3/4 C—= (1/4)(1/4)(3/4) abC

—— 1/4 c— (1/4)(1/4)(1/4) abc

v \/
dombined proportion

27/64 ABC
9/64 ABc
9/64 AbC
3/64 Abc
9/64 aBC
3/64 aBc
3/64 abC
1/64 abc
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ey | RrYy X rryy

Gamete production

Try

& aaldll (el a9 50 dlas @
1/4 RY | 1/4 ReYy hA.'\.U &LLA L,\.'\:\; &A.\' GJUS-“ ‘SA
AWag M) Ciallly gl gl Al
aty | 118 roy RETENE WHE QU

Gamete production

Parent Aryy

vaer | 3k GJU&“ Z:ib‘gl\ e.\ﬁ gé e
AL 4 el bladl jogd ) 525 Y
iy blail aa 488 gia Juadll B
[ P Qllaiall ) il 3aaaa

.(Backcross mating) ¢Aakal

l Progeny
Genotypes 1/4 Ry - 14 Ry 2 14 ¥y 114 myy
Phenotypes 1/4 round, yellow : 1/4 round, green :

1/4 wrinkled, vellow : 1/4 wrinkled, green

JELAl) U ¢ 93y
COBLERY liual Alaily) aludl) dolu pa Joile @il ASUT @
.(Nonhomologous.chromosomes)

pagi Lais (Independent Assortment) Jiiwall 5N Sy o
'ow. 03 u. na.~ (_’J; Ousjy

i Wil & (Digenic. cross) &) sall 4l Jaile el s 4ki o
(Cnal) gl (gl B3 gl gl Aol CuI AN (e (g Apdn ¥ LA (o (S By

Cilijga &y pigal ga-la ils Jaila Ll gokiy ol AN Al @
Sl Auall o ) Lpdany O fan Ay 8 auda) ga Jiuds ddlida
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‘ (Chromosome Theory) el 4 ki

On Bigala LIA s 68 B Aaall 4y, Walter Flemming glsic) o
Ay Jaila dd e Gl (a Gpiie 3y (salamander) saialud)

dslw Theodor Boveri s Walter Sutton ¢(» 38 st &
Jualdl) & Jaila fase 1815 ,(Mei0Sis) (Alaiddf aludiy) ol ciliall
Jieal) R

clayall &), 4T Boveri s Sutton o« IS pag e
.(Chromosomal theory of inheritance)

A G A el BA G e ciladall A5 Akl Lall @
.cﬂw\géhﬁy

(Homologous Chromosomes) GHEiall Glaial

Lal) sl cpa cima £ 531 (5 o) clilida LA JS G (o & sfialyd) i o
lraiall pa 4913 a3l e

.2n 1kaid) (Diploid number) (Alisal sl 1 o o

ALl Ciliiual) o i Js aflsy o

Paternal ) <Y ¢ 4kl ama ¢a (HomologousChromosomes)
.(Maternal parent) a¥! ¢ 4lal Al (parent

Gl g Adall die dial Alaily) alul) oo Bl gial) LYY Jdios o
NS | (Haploid number) (2 il assl) agde
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Glauall gé (QUJJAJ\) :\S\Jﬂ\ Cilda g

Homologous chromosomes in pairs

| _
() A 0.

Genes are paat of chromosomes

¢ g

J3Y) Alaity) aludi) A cli) gal) Juadi)

Homologs segregate //‘ °
during meiosis //

’\‘:a ch'bair separates / Each pair separates
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Y BLaiiY) aludiY) day AiSaal) cYLaIRY)

(Jaiewal) Ju?fm)
g
A
NG
1/4 / 1/4 1/4

sl S, 2 s A ¢ AN il AdSaal) (ul oY) cIA) Gilual @
£ 5l Al Al

22328 X 100 :¢maligh anf ol (ul e M Aiaal) c¥LiaY) i @

64 X 1012 ;Lagals cpall gl (54 diCaal) cYLiaY) 3o uang @

i (binomial theorem) sl s 4l

5 4‘!\,57%4&&19@”553\ e 068 ol Juaia) a2 La o
|
p= a1 sl gk e

: s!t!

7!
- \n_'( 12)°(1/2)? JJSSM A 25 - AYJ‘J\ A N

_ -5 (9-(3)-2)-1) e Jlaal) :g - &l e ot

“m@ o000 185 A 3 ;
\ ‘ 4.1/.?*\”\ Aflal) L;ﬁ JJSJ-“

= EZ; E;( 12y Al Uy e Jda) :b

e Agaplal)

= {112y

— 21(1;’2)’

= 21(1/128)

(E = 21/128 )
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i (Genetic Linkage) ) bls )

i)Yl aal aal e Asiall Joh Ao il ) gall Jadl i A paat a0l @
Al il jall A M)

L 1) A mlhaay gl an e Lo Gana o clijge culy L)l @
Ban g8 Apudad) LAY of Ll el o) Jhiiia diaie Lalad Adagi ja cuils
L) (DA Bayaad) Aladl ) A e gl i8S Geny Adalsia

SAlaiiy)

Sald alaf Jila iy o ajka adiies bady ) BLS Y ) e @
Lnliladia Gaua ol gl Al @l gall

AB Ab AB

ab’ aB’ AB

setc. or ABlab, AbjaB, AB| AB, etc

{ (Genetic Linkage) ) bli ¥
(A8 gl Lo ABJab| plladl Judh @
) Al o cpdlida Gl Gl gal AB Glulull (O e gt -
5 OSs Laguadl Gl (B gall (A la gl ab cladiall (DY) g
Jilaall AY) isal)

Jals Ll g9 dB Ay (AB/ab) SN dilldta pedd o @
{32 AB, 1/2 ab) o %) (e e 5

24/03/2020

46



| AB/ab X ab/ab

Parent
ab/ab

|

1ab

1/2 AB/ab

1/2 AB
Parent AB/ab <
1/2ab | 1/2 ab/ab

Gial) Blal¥) (e glesi AB/ab X abl/ab golil Cs aaisw @

Ll ) 3 ol JRa5 ol Jualll 3180 0 (1/2 ABJab |, 1/2 ab/ab)
RN

Ss/Tt X ss/tt

Ss/ Tt 25%
Ss/tt 25%
ss/ Tt 25%
ss/tt 525%

e JNY) Jilaia Al e S GIAGL AU C ol AN 5351 @
%50 Jisdd A (Oelilaia 8 (O (Ao L) sall WS gl Eunn)
3 el gl O (s) s Baga ga OS5 Al (AN Baaad) Adad) s A 0

Jaall 5 oy Las g Basal) dbad) o) AN dpudl o) aal)
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Ss/Tt X ss/tt

%50 3 %0 O La .9l 8 Ban b Sl iz gl AN Ly B @

Cn %20 s sl paal) el cuS AN AL WIS gal quladll cade
%40 A gt Lagialdsly (88 all gl Al S A Ll Judl £ gana
Ol Al el Le Jull) Jana (30

Phenotype Genotype Frequency
ST SsTt 40%
St 5stt 10%
sT ssTt 10%
st sstt 40%

{ (Human Genetics) sl 3 41,4

Syl gl (Traits) e &g Ll 3 8 Lardioualf (35 hal) Cilids o
:dfu (ﬁJsi :\;\A <l (_.,’é ijﬁ‘ a-:“JJ LA‘JA ‘.-.’é L:s’i.mn S s

........... Ol AgSUal L3 adl) B4 e
......... LA il e ALy b Jual Ada Sl 8 ks <3l @

s sbia MR cpe A A5 L) 451 ol Al o oSy @
el e b€ Alae ] il Jalad g Al -

Band Bataag 5 S cdlilad) ¢y ¢S5 (4 Jiady g L33 ke CBUle Chaud Al o -
.d%i
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Oyl gal A gl) SN A Al a5y Jlaatind

G Ao pana Lo padd galy latis QS 1y gBe Al fag -1
A ) alilh e daghal) 8 (2l oY)
e 48 s AL oY) dlls ¢ 2

Waind Al (e bl oo AALA 1) AU g Alad) ciladle cls 1) -3
Salgad dagis of Ahg ga AMAN CulS 1) Lagd mand! ciladja a¥) qullay
(Environmental factor) 4xasa s 4

Jol b Adas) AN ALiadl 3 8Y jdlee gasdy gl 3 ghdS alA caay -4
,c,ahAAJJé

uhall Loy 98 A0l o (b Adall L T paeadl andl) 3 jaudh Jaad a1 1) -5
Mgt Al Jaad (g AT eile dud ja )

! (Pedigree) i) 5 5

Boad sl gk oo Lo dlile ek AA 4l Kaibaalin Likay o
Aaal) (e ida 3400 Pedigree ) gllas (Pedigree) cuwil)
.(Pied de grue) ¢SSl sila alad] 4 )

3,2,1) Al a8 g Saall 0B A (SHIT T 1) i) a8 Y1 j0dc o
Jia JS O a8l Qi il (L,

9 SV e agdiY ) uay aal gl ) Crada G EY) 1Y) S e
L) ) Sbead) (e )

S (e b S Ala pr A e a8 38N o o pskial) Je )l Ju e

sy el 3530 auay o) Aaluall b gl G g3 aal Ukl Jis o
A 3N b Adiad) dlaalua axe
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Symbols } Pedigree components

O. D = Normal female, male

.‘ . = Female, male who expresses
trait

O. [I = Female, male who carries an

allele for the trait but does not
express it (carrier)

@‘ [Z = Dead female, male
<> = Sex unspecified
@, m = Stillbirth

SB SB
® E <F> = Pregnancy
% = Spontaneous abortion
(miscarriage)

= Terminated pregnancy
(shade if abnormal)

), )
ik@ ¢ :Pedigree components
Lines
| = Generation P/ Proband
o = Partners
i
: =Ad0p1i0”
r™—1 = Siblings =3 lj (5 Cb Ij Offspring (in birth order)
1 2 3 4

= ; : ——— Identical (monozygotic) twins
= ldentical twins —= (sex must be the same)

Fraternal (dizygotic) twins

—- i —
= Fraternal twins —— (sex may be the same or different)

| &

= Parents closely related
{by blood)
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111

R D e i) gl 5l i

)98 Of ¢Say AbliAe el Ay i A3yl 430 1) dte.ggéwht.,s\wm.
shaa) o) Alilad) Craa dal g A AB gy Badaa L A L

Autosomal) sl gawa  :(MoONOgenic) Al -
.(Autosomal dominant) (aiia’gawa (dominant

X (Al by (X-linked recessive) aiia X (Avally bdije -
.(X-linked dominant) i«
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{ Autosomal Dominant Inheritance

Sl Ly i) ga L 43 5y 4500 49 Aa 200 (Ass 229 @

G AR ol oSag AdlRa il g Sl Aawall cYESY) Gual e
) 8 Adlida plac]

A glutia by LS g &Y Glal @

! K& Zoewr Autosomal Dominant Trait

I | I-1 is heterozygous for
.7 :‘ a dominant allele
1 2

Dominant autosomal traits
appear equally in both sexes

] oL WO

Affected individuals all have
an affected parent.
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P )
M E .
& (@ cett

(s l) YY) Caliia gl Jilaia laall 3l 09 36 @
(Y g gSH (gal Bailadd) Agaceal) Agial) 4315l b cSAY el @

L) G Jaudl) 3 AN el a3l Sl e sl DAY Jbisi Y @
Jaad) ) die (@8 gl

Bailiad) Aaead) AT ) 5 ol cilina

Obeaiy) (ol Bailead) dgdaaad) iyl jlada¥) (any

i gl L) i hay) (
(Neurofibromas) 333 dpac 4dd alyl| 1/5000 | il Gaiaad) ZA 2150
Ahlad gy acall 9480 g (i) Glas] o ds¥)

(Café au lait) culslly 3 542 Neurofibromatosis
typel
LS clwS pad) jee b g Dla line| 171000 | clewst) Sakia 0
sl Ll 8, el A (Kidney cysts) Polycystic kidney
bip (Enlarged Kidney) sl adui 5 5 disease
.(Hypertension) kil
J(Genetically heterogeneous) G lida| 1/4000 | (&lual sl Ligsl)

ey sia AL Al B gt el

.(Visual acuity)

Retinitis pigmentosa
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Ol (oAl Bailud) dgdeaad) ey ol ey

Cia gl L) i shay) «‘
Sae sy ladl JobadsSl e gl 1/500 || | adds st ss dad
Coronary artery) il gbddl ga sl Hypercholesterolemia
.(disease
Clinically ) UGsow e Lo 44| 1/10000 Qe aial) &35

Bone) (e sgdd (heterogeneous
,(Brittle bones) 4aa  ale. (deformity
.(Blue scléra) s dkia paa

Osteogenesis )

(imperfecta

Autosomal Recessive Inheritance

Cra S (B B Ciant Lasie 4310 (he Jaall) 13 BAISN) G el o @
Cholal) G ik B gall A ol

Oy i plias | (e ciha B A58 ¢pe Jaail) 138 i 0 (Sas @

= Aaile Lo &) 5 Dla e Lglald) el 50 Jiaii @

5gLu;44{364§43Cglﬂ\ngﬂjﬂ\A;Q'KJ*AQAJ@kgeds,jiqjgjg -

Ombaadl GUYY g ) gSA d3e G (B8 39 aly -

Cmbaa Glall gl oS Ja A Y1 S sl AlaY) jeedhs -
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N = Y] P}
|‘ @ cecee Aytosomal Recessive Trait

D__O D——O Either |-3 or |-4 must be

| ) 3 heterozygous
B Recessive traits typically
Il <> | k skip generations
2 4 5 5 7

= Recassive autosomal traits
1] |:| /) appeay equally in both sexes
1 2

) ) - 0 - % 4 -« » w42
‘:¥L&::;Zgiu(z Acaiial) dgdad) AJAN Cuudl) 5 jad Cldua

Juaill Gilaall Ja¥) Jhiaag (caga3l) SV Jilada ga Glaal) 2 )il @
bl AN Kaall Cijpal) A1) 038 Cupdi ol L

(Y19 S gl Aaiiall Lydcad) Al &) 5 8 cSAY ek o
Sl b seditg Ja¥) Gaadl A48 Jadss 6 o

(5393) ONT AlALs (o) ATA clala Lasa Lab luaall 2 i) sl g @
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Syt (o4 Latiall yawual) iyl jha¥) (e

(Description) <l JLaany) <l sy (‘
(Prevalence) (Disorder)
Ll Al B sl B e | 250071 (oS S5
clddll dad) (Epithelial  tissues)
Small ) 3_sal) 4l ¢l dilwal) g (Ductules) Cystic fibrosis

e el adg geiy sl (airways
e <l (Pancreatic insufficiency)
.(linfertility) a8, (Sinusitis)

Dhaas g ol g saSY a5 GB Gse | 10000/ 1 Q5 Jll) Ay
(Phenylketonuria)

J»a  (Phenylalanine  hydroxylase)
(Mental retatdation) ofie &lfE 2t
A A il Jaddl) a8) 3

p D8 gl pljeall sl Gl adg W 1/20000 Ui LaapnaSEY)
Agalic cla pdi Jlak daliaa (Anemia) (b-Thalassemia)

Pseudo-dominant effect

ok o alaie Wl B gl ga daiiall Aol & pol) A ol 3y Y @
dlligh Al 4y 50,80 13 Aald) odn B ual) SAYI S La I3 Bas)y qad
Laa S (LY (88 duny) il SN Jilaia 38 7 o5 O DS Jladal
o3 Jaliy 38 Laa (i A5 auda Jlf (o) JaVY) Cillaia 3 8 2 (o ila

il iy 41 Al 2 A

Bie il (e cilindh aas Lo A8 4| daal (aadl oAl audY) (0 @
Lo A8 ¢y glany
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Pseudo-dominant effect

w
B
Ln
(=2

I | . ‘ ]
2 3

X-Linked Inheritance

Ldal Jaay Lasd XM\MJ&M\&A\SJ&JLS.\!LAIAMMJAM.
X (Pall Jaatd duadall p dagll )Y Asall ‘_,ALJ\

(Gt 1,83 agluaiy UL sgiad Al ga g 9133 o paisw @

b SRY &jsall Jany dlig gl et Y Likall JsSd) Gy e
Sex determining  2gion of 1 the Y) VYpll3 adsdl
.(chromosome

s 5 A Bl gl G X nally Bt ja 2a)y i 250 0 @
L2953

M\J}@bdﬁwoy‘,ﬁxu&uﬂbhfum&m 1929 53 @
uL'Y\JJﬁ-m A SV 138 39 g1 o pal) L;)AU:S\
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i) (gl X ilally Aagi all il phaa¥) o,y

gl L) Y Q
P QAT T otia (e Cinds e 4| 3500 /1 83| ) Gk Jaad (pa (Ll (i)
Aol cdlanl) A ald &L Duchenne muscular )
(dystrophy
SRl B 5g5 il B sk i AL| 1500 /1 LsSH | T Qg X all Lo i

Jalia JilEE  olgl il g
Ofimadl) B dalda (Loose joints)
.55 aie (Macroorchidism)

2500 /1" &u)

(Fragile X syndrome)

o) adWGl el sl 4, A e
Lagls

100 /8 583
100 /1 &l

A0 45550 s

(Color vision defects)

Ouady) gl X Asially A jall clyl ) (e

(Description) «ias! JLaay) Gl hay) (‘

¢} Vs s 05 Aududl (e | 5000 /1 138} el s 358

R Toie (S gy plaS agl ) Baadll| ) (Alport syndrome)
AN A ose pua, M)

Steroid ) Juilu g el a3 A Jee| 6000 /183 Aol

Ll (Dryness) <iléa o/ (sulfatase | /gl &) (Ichthyosis)
Alad) ala/dsdy alal) Hlaia

) A el JalallC R 3ee | 5000 /1 s Alss

bjda 3 (Clotting factor VI L &l (Hemophilia A)

i3 B suall (Traumas) g sl que
,‘_,Asu
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|,@@iw «  X-Linked Dominant Trait

LR i JSI i pall g8 4B Alaal) By -
ALy JS (sl &) g Glaal) QY -

1l

X-Linked Recessive Trait

} =
| 22 D i
| & C Cele T

JU G pall Es Abadd) &Y -

ALY
| [——£ wasall s ¥ cladl S -
1 2 BN Y
Jil 8 agall Jaad) AY -
B | B gSA (sl
" O O
1 2 3 4
1 T
O O O—0 Gl
1 2 3 4 5 6 7

m o
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{ Ishihara color-blindness

?H\Jﬁ\ &J.I'LA

Oy Al andl) Badd J g ciliadla
ALl Aol gl Jilawal) (pa Ladla 4y pdud) 450 ) ol cieY) Judas Y @

(e LSl g gl Ay i) Gl o) Allie, o il Bas (g0 B8 o
Al Lt Unladi Jaas 4884

sl padiual) ks gl) g (GenetiC heterogeneity) sl 4 il o
Adi g palal) haall) Jaatditisa (Nonallelic) 4l & a8 sa 3929

s ALY bl a8 gn Y s Uaad candll) 3l 8 280 Jesy B @
.(Incomplete penetrance) o8kl AL Alal) sda pand 28 giall
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kAl el ol
(Mitochondrial disorders)

.@Q\C*Aixéﬁg HF“*i*qu(:ﬂJsgld‘Gﬂjjﬁ °
YY) aan ) BBy @l a8 Gl ek Allal) AY) JA @

_yw\d;}\dud‘f‘.ﬁSJ#éideﬁY.

Mitochondrial DNA

Cell

\ ]
Mitochondria —V/'.ﬁi:g '

=~

Mitochondrial
DNA

o
Mitockondrigr ,‘ E

Mitochondrial
DNA = 37 genes

{\‘v
oy
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Mitochondria

Lgauai die g 3 dila 100000 s (00Cyte) Al A1) s4as o
) GUEAYL cual AL 3 akta 100 — 10 0 ol i el (addy
(Genetic bottleneck)

Sazal) LAY Al Jdg¥ aWIOBA clgiiia) e delaly e
AR U b iS) 61 10000 ) deasdt (Embryonic cells)

(Embryogenesis) Gl & bl sde (S @i il ¢ ;s
Al G dsiial) dadl) ki

Lslaal Gl dgiaa B L bk ol i) gaa) claa of Gaa e il o
Lol cli) LAY Bl pdital) oda £5g8 Aga dada (e A Laag
.&§ud§\g$3

{ Mitochondrial inheritance

@ Mitochohdricn vith mutation

Qocyle
- Iito shondrign without mutation
(vl typa)
Fertifization
Devalopmant
L
| I ! I 1
b L T L ¥ L
8 L) = “ el L Muscle cells ¢
- - - » - : - = - o gl o= | oftspring
i A
Wild type phanctype Diseasa phenotype
1 q saverity
hrashd d -
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(s siial) 3 jikal) Jas
(Mitochondrial mutation load)

U3 Jina ) il odiiall UGN Jdne sa gLdaial 5 dkll Jia e
_‘",a,.\,\hl\ éJmAJ\

g5iad A LAY (Homoplasmy) Hall s clhas civy o
i ydita La) g dagles <l ydiia LIS L) (o) (ALl Craall o Led ) ydiiall
gl 3 dkal) 4 (e o Ay gla

W A LA A (Heteroplasmy) 8 qtadall (sl plhas iy o
ss s Ay anhll cpaall o gl lgda g da @l Ml (e Gle g
S (e

‘ Inheritance of mitochondrial genes

) =) :
v C CEL-C

LY o JS (la pall 68 dlaall AY) -
BN Y Gl sl &G Y claddl Y -
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<l palial) el aa)
Aasije g5l cpaall B 5Lik 59 sad Lo ¥ Gia i o e
sLal) 4l gall e 10000 JS ¢ 1 gt i oSH AL 3) ¢ il cySliely

cyiely ghidl (Severity of illness) gasall 4l his o
: Jal g Bany kel

Bk olSa g 3 il A gall £ g3 -

BSwal) ALY Ja) pa N4 Aali¥) o BRI il jaliad) 565 AdS -
ol ghall

Aol G2l e ) sgdal a U Le a8 (5 akial) 3 8kl Jaa -

Baa) gl Alilad) 3131 caa g Ul haalll £ 5 @

il aiial) el ) q
A Jaig A3jaall gl gaadl Gl el (2a)ll £ al) dﬂk—\ °
Myoclonus Epilepsy and Ragged ) MERRF = | baiil
(Red Fibers

> (Leber optic neuropathy)ussd 4 goadl quarll JSic) o
.LHON = I_baid) 4

Gliall AGA) Gy Vail aal @ihal el ey e
> (and Retinitis Pigmentosa« Ataxia:Neuropathy)
NARP = | juais) 4

LS gl (SO (alal) aa Gl jiall g akial) Sladl) JSEEY) o
Mitochondrial Encephalomyopathy with Lactic) 4 la
= 1laid) 4 e ((Acidosis and Stroke like Episodes

MELAS
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| Sites of mtDNA mutations in certain
| human diseases

MERRF: Myoclonic epilepsy and ragged red fiber disease
LHON: Leber hereditary optic neuropathy

NARP: Neurogenic muscle weakness, ataxia, and retinitis
pigmentosum

MELAS: Mitochondrial:encephalomyopathy, lactic acidosis,
and strokelike symptoms

MMC: Maternally inherited myopathy and cardiomyopathy
PEO: Progressive external opthalmoplegia
KSS: Kearns—Sayre syndrome

MILS: Maternally inherited Leigh syndrome

LAY §_juzalaall
) gl A3) gl
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dag) ) 5 yalaal)
dlatad) 45) ) ol

| (Non-Mendelian Inheritance) Al &) gl

‘\.JM\ M\JJSLI ohb MJJA LAJ}@.EA eSaﬂ ‘_,.J\ ‘UAJ\ ui& dﬁh °
Giall  3uay  Ays s (Mendelian’  inheritance)
.(Monogenic inheritance)

sl Biae Al clise B3l sl (aSaly A AL o 0
.(Polygenic inheritance)

L5 e cliadl Saae Dl ol il s3ag Al o Gl @
@ @il LAY (Multifactorial inheritance) Jalssd) s

Environmental ) &l Jal sall g 4ikal) Jal gad) ca s 401N ) gl

Q .(factors
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By Al 49
(Single-Gene Inheritance )

Basa g Al g ddia Lgple gaati A1) 50l clad) Gha AJEY () aY) a5 @

&

s Jalad) 3aua g Al
.(Sickle-cell anemia) Aaiall ol J88 -
:(Muscular dystrophy) (sl gl -

.(Cystic fibrosis) (sl 8 -

Cystic Fibrosis and Chloride Channels

QOutside cell

Plasma
membrane\

Insid

Carbohydrate
molecule

Vlormad
n embrane
protein

Misfolded membrane
protein cannot insert
into plasma membrane.

e cell—

24/03/2020

67



i (Polygenic inheritance) <l 33,8 44l

pdal ga b Adadl gl cli)gall Cpa ASY Lgy aSady ) ALY gy aadl @
At Jal gal) L i o @90 Adlida

O 8 e Jla (ax U 43150 (e g 41 18 @

A5a8h Ll Ubal 4) L8 L gay LSl clilsal ol 6% @
ALY (e g Ja 437 94 JS g Cux(Quantitative inheritance)

Claswa A 053 i g ceidalt (Melanocytes) s LA gili o
Al & (Melanosomes) 4xiidlia

Ohpal) a8 g Ahiidlpal) cilaguand) 332y pdss Lagh 1Y) Cilid @

{ Evye color in humans

(Melanin) osdsall glbal o U gsmall OCA2 Aijsall piasii o
.(OMIM 611409) 15 (el lo

(Albinism) @l OCA2 &) sall Gl Cusd @
B el B QCA2 &) 5e e diniial) JNY) aa @
Al Ggaal) O 8 OCAR A ga (e Bl WY axii @

A5 AT 4550 OCA2 Asall (e il 15 hual) o pass o
HERC2 s3I

45l g OCA2 L) se 4l HERC2 L)sa ¢re daiiall JNY) 325 @
SB35 Qe
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Eye Color

OCA2

No gene // No gene = Albinism I Gl

Recessive // Recessive =

L —

Domirant// Recsssive = 1 ‘ .
or
Dom'nznt // Dominant =

+ HERC2 Recessive // Recessive =

Oculocutaneous ) OCA2 :let gl ol 2 S8 o (lijse S e
15 (el o Laguaany B QU gall (i 555 HERC2y (albinism 11

| (Multifactorial inheritance) 3o ol 532 L4l

Agandi Ba3 (Sl g (Bainall &30, gl Lal &80 0§53l 038 o (3thy @
A8y ST Jal g1l 308 &) 50

asati clA Cha gl gloall) Qe b Jal gt Baae L) )8l 5 e ariiud @
Aiad) Jalgad) Bl ABLGYL @l ) ga B2e L

Jelgll e clilse (Lung cancer) ALY glam sgh A ALal e
A

{(Type Il diabetes) I Jhall) ¢a 5 2L o
.(Migraine) (Aalll g13ally o L 5l 335 o

.(Behavioral traits) 43S sLl) <SIA g ¢) 355 Alad) ol Jshal) @
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S g g

rl) lal) alina B el Sasie A3 8 LAl £ ol e @
Adbide el atia ST il ag) 5 -
5,0l sailad) SN -

(Epistasis) &Sl -

CSIAL) g 5

Multifactorial polygenic b u!

0¥

Genetic variance =ovironmental variance

| | |
Additive Daorpinant  Episfacis
effects of , alleles
recessiva ofew)
alleles
(many)
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{ (Epistasis) 455

A A ga pad ey gl iy cligall gda) pai 4857 @

e Sy s AT Ajge gile oSl Ll Wl gal) pad 098 Of (Sas @
L)

Modifier gene - @l sa s Jo g A L)gall o5 0

AWall Gada N o Gale¥h b castay) Ulal 4sg ) ol o
Audd DS ¢ 68 e cudl) Baal gl

Jal gad) Badmia AN (e g8l dadal) g k)
- (Methods to Investigate Multifactorial Traits)

gLl ) Jalgadl Badaia &gl L) cliall padad cll) zlsy e

AN bl pag 2l gl die 3860 clafys e Badaia i) i)
csbitad) Jag) 3N e a9
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} (TWwins) ~ s

Fraternal ) ¢/sal sl (Identical twins) Afilia;cle 5 ail gille
(Twins

(e 13 Ofdan () Canil Ban) g g oo AL il S LaS @
MZ ) uailly (monozygotics) sl saa

s(glﬂak‘qghbgggcgﬁ% dantl Alids ialY e Cﬁ}iy\e&gﬁﬂ Li% °
DZ 1 uaidlg (Dizygotics) sl Al e 1Y

L Alilaia < 3l Agalal adl gl ()9S5 @

Ll Chaly o Jidad cgag 31 Al Al gl @

POINCIDENCE, OR GENETICS
Y
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i (Adoption) A

Al Alilad) as Agial) (90 Al Jal gad) Al (el & UL @

Cpallsl aa Al (g Al Jalgdll ANl Gaddl) il e
(Biological parents) cm sl

) edje AdmAl Allal) g LA Geflal gn i L 1Y) 4LED e
i) Sal gad)

O slo) Cuall gl g ARl) Gadldl) cp dag La 1) Badlall 4L @
Adial) Jal gl ) 034

| (Heritability) s Jai) 4L

Lule A3iad) Jag il 35 saa g 431 ol cSAY) JUE) A0LG sasd 2y Y @
Jalgal) Ll apaty ol e quan GladY) ol Al algall o

b gl ol o 3 )ahl cuan @) gaadl g GliLAY oAl Jgul dagall @
Wty il

o atlan Cpa A Adil) waun?@ﬁ{\ Jal gad) cuilg \Sjbgé:\g.:ﬁdo
A g1l g AN Cla Al )3 Al Le DA £ i
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‘ (Temperature Effect) s, 56

£15aY) B B all cla s (aldl Laie GSIA Gl @Al a3 Jary @
el o) 3l EL Ga B8 ) ad Al

Himalayan rabbit Siamese cat

| Sex-influenced autosomal trait in humans
|

Genotvpe Phenotype
?
BB Bald Bald
Bb Not bald Bald
bb Not bald Not bald
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‘ (Gene interaction) <t)sal Jelds

o) Bae clihge of B gl mlhad) 13 gy ¥ QU s Jolii o
Laly La g oalls haad (B Al pany aa Wdaay Bdla JoU Lgdladia
hai jaki bl Al B clil)gall oy datlun ) mlhaall pady

.ASAA@JM.B

&) 9a 50 Ol (Hereditary, deafness) (ilosh aeiall s A 32l o
.@:A\ dla J:gm ga ebl.uﬁ

‘ (Gene interaction) <) sl Jolis

F: AaBb » AaBb
2| = B ¥ disc¢  disc
!

5 Natio Genotype Phenotype Final Phenotypic Ratio
9/16 A—B— disc

. 5 i 9/16 disc
e A s 6/16 sphere
3/16 aaB sphere

1/16 long
1/16 aabb long
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VD) > 3 “ o -
‘.. (,@ cette Mu ‘—ﬁ:t)h-‘
X (pvall o 5aga gall Gl gall & gl llaaal) 134 wiuay 1 X-linkage o

cliuall AL o 535 sal) i) gal) Al oo ilida 450, 51 v Uaad gas il
Adaad)

LAl Gaiay cli)gall umd hai S :Sex-influenced inheritance e
X hal) o sl Al cilliuiall 18 5l g 5aga gall il gall 03¢l Salal)

Al ) il e g i cudl) WY 4 :Penetrance o

o g B glly LA Sal kil el Jaa :EXpressivity e
A o Al haalll g sl (o AUl haall

Bodlaal) Al ud Aadl el :(Epigenetics) (Hlsiall a3 o
REARRPAIPHINLA PRI B P E g ON LA P

dalAl) 5 pialaall
() Jal Y1 g 4550 o) Jasl ALY
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L

Aadis

Al e Salaa bl ga b S gal) Rl gl @

AldY) A ) Gy pany (o Lgudany il gall 03y Juallii al 1) @

ALals B o8 ALYl oY) 8 £ 550 i) gal) (B Blaidy)
Bhaa Al qus) 8 J8aT AfiLatal) clinial) G el g3 @

B Ala () 5 JRAT ol et Gaay ol 1l @

Cpdlida Gdua o @l gall U

A Gl ) - B daagiall cligal) LT o
AlGT s a— S Gy B SS P A el ujp

K 1 s i
|

Gametes
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|(J9WOJ¥)M¢$,JA\‘,J:M3&¢&33A3J&:
|

B On el Gaay ol 1Y e
" O A ABLad) claal
== Sy T s Ji

l Jilesa Jy ) gal) S g
Lo oo

Gametes

i (s ) A iall o dala gia i ga LS

AGE Glvall G galad &aa \3) °

D B Nonsister

agb chromatids 4 uSI A Gl8 adildiall
a b . SS S 3454%

Parental

Crossover

Gametes

Crossover Recombinant

gamete
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‘ (Genetic [inkage) ) bl Y

Al aal) o e cili]) gl JUEL ) | dadl Bals Y1 juds @
.MMMﬂ\Q&Jﬂ\jJ@Y.

h A Balll dad il ol (e o OEsal) OS5 a 1)
J1:3:3:9

roh (s opUal) Jaalll| dad gial) ulilE fyihadi e Q) gall S L 1) @
(B g &) ga gl 1 las) 1 23

(Crossing over) s

oary A Avall o (mbaa G b Gaay el ghicuadl oy e
Al claludi¥) JS A Gl g

SN (e %10.7 B sy plall (Gl Morgan Galll cusy e
RN

(Recombinants) 4x&jse qus) 5 jsed ) sl 535 @
%50 &4 A1 (Recombinant) qudls duud 1aé iali 2l @
A gal) Sl Al G cpll ) ggdal 539 B ga G dag lai @

A L el A gl aal e O Gan cudlil) ke Glual e
.(AB/ab, Ab/aB) J¥Y) illiia
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==

Gametes|

Meaiotic diploid (F,) J
A ” A a \‘
1
4
a EN/
&
']_ E— —
4
Testoross \__& b
progeny e -
1 e
4
a -
a B
l g —— —
4

(Tester)

Parental type

| Parental type

Recombinant

Recombinant

1) AiSaal) Lty
el &aa

O el Gaa 1) e
Ofimagia (ol ga
ki adall e

VR T EG
RETEENPIATEN

gé éﬁfﬁﬂ Laill o
d:2:1 Adadioda

Meiotic chromosomes

Meioses
with no
crossover

A B

H A B
a b
=

between
the genes " )
A L\ N ]

Meioses
with a
Crosseier
betwezen
the genes

A B
(
U A 8
a VY b
=]
a b

Meiotie nroo ic's
A B
O Parental
A B
O Parental
l a b
| -—P LN S a—— Parental
a b
C oy ] Parental
()~ . ;
O Parental
A b
& CE— o inant
a B
Y
a b
e Parental
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1) AiSaal) Lty
vﬁhﬁ&lAﬁﬁeJ

Gt sl Gaag ol 13) @
Cfndagia G
CuSl AN Jo Juaadia
5150 sl Lgpask A3inl

- \ P = S die

G gl bl e

(XS ) O 1 A oda
L

A b

f.2 a b )

’\. a b /

| i) Jga cilliadla

4AhuAﬂ‘JA‘JLavpbu Cigia a8 (e dhu Lo dihais oA i digas o) @
.(Interference) SAIaEL s AUl s 1a S5 glaal)

tla (A OIS B Gpadal) C Le pdlall) & gan Al QAT O 0Say @

s (Drosophila melanogaster) 4¢SWhaty & plaill Jasy -
Jadd &ay)

e dde &Y Aie o) Uiyl aludiY) aay plall) ) S5 Ly gl -
ssY
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{ Dliall sy A 2k
Alfred 4ty Thomas H. Morgan ¢s Js sl cualall ¢ 8l <l o
e @l sall dday A pda gl Cundll) igan g el 5a ( H. Sturtevant

Agsl AL s cihal

5 LS A hlall o ) gal) (o ABlosal) 3 LalS ATy clallall 235 @
O sAll G pladl) &gas Jlaia)

Map ) ks A Baa g 1 Jalad i) ga G el (e %1 & Ao U &5 @
.(unit: mu

Centimorgan:) o4 ) saag ey Morgan JwsY Ly Si o
sale Qudli %1 s A Audi el o oifiise G dBlwall (bl (cM
AcM

20mu = A A e dlaal) a8 udls 9420 4wl dic @

‘ (Genetic maps) sl kil Al

O] Al Aay Al aay B cludlil) cl S g ALY (S @
Linkage )_<aba¥) day A 5l (Mapping-genes) <ilial) daiaga
b (Aua B3 e [(map

& 2 C Qdsally B adsall (o 5MU ey aay A adsall (1S 13) @
U (e Waie 2mu Jldiay B adsall e 5 3mu Lliay A a8 gall
B A Gl sall o s C pdsall O

Cildlosay 4 ginall g (ad JSd A8 pal) il adl gall (1 de gada SN @
(Genétic,map) 4l dday Ally cliduall Jo 3adaa
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‘ (Genetic maps) &l hil A

Map based on A-B recombination

Map based on A-C recombination

C B
"
-—A 3 M.y — 5 m.u.
Possible camhined maps Ny 8 m.u.

A C B

1 Lo

-— 3MmuU. —==—2 mu—

5 m.u. -

dial) haifl A1 Jga cliada

oV o) Al Alua ) mBaa G Al ddlal) Jagad (S Y @
dhy A b oaiadaa i ge o clul )l e el GS1 U e Cilaa g
Ll Jilay (1cM) sl (e e i) o ) il b e o

.(DNA base pairs) bl (il csa addi ¢y gala

JAaiad) Jail &) ¢ L&) ‘_,A Laila Q) i sl (25 Aisy) uSA.\Y °
IS 8 pati Lagdl dusly MLGS Ouiaelia Gl gal) CilS La 1) dai

Ol Cpdua o LaglS g Jiiwa (g ) L
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I Lagin lall) &igaa o Uﬁjﬂ\uﬁhw\z\ﬁu?axdﬁ

Exchange Gamgles
A B A A\
- - ul.'-‘n
oo o A B
Ay E— v—
AB MeIOSIS "7 y
L N 5t
a b
- b KL PR —- w—
Exthinge Gametes
A B
A B8 A —
= >F T\ - —
=W i
A B Meiosis 3
a /A b - iﬂ -
[ A——- g b
T YY)
a b

Gl ga G el

3} (Three-point cross) & s« 433 ¢ clalbatl) Jia ¢ sialdl dlu @
b ombaal) Qllal qulad dpagane ey dglallihil Al plATY i)
il Al el g L)

G ) Ly (e A B Ads 28150 B0 (Gt g el Sigas i @
Sl 3180 s L a3 oSan (Novel recombinants) 3 eyl
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‘ (Three-Point Cross) <t sa & G yuladl)

O (AaBbCe) JY) Adlanie 4500 Ciga) G Gillall) mag: @
o adlga ADE aladin (e 32 (aabbec) dsadie SN A4S g Al
Aol ddy A e L)

L) Aiall £1)3 Ao Lgti 5 ol ddadi pa EDAN il gal) oda cuilS La )| @
ACBI'CAB i ABC :035% O

Al i) B Sl gfrdgadie Syl ABDE Jakd dllay M) WGl i Y @
Lgadi Adaiial) ST As gana Jantias Al e G o i)

L) (PR Giaa Las b g Y Cillaie Al gl S Jary O (Sas @
oAlaiy)

‘ Three-Point Cross

Phenotypes Genotypes Numbers of progeny

ABC ABC/abc 21
ABc ABc/abe 77
AbC AbC/abc 395
Abc Abc/abc 4
aBC aBC/abc 3
aBc aBc/abc 397
abC abC/abc 73
abc abcfabc 30
Totai = 1000
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Three-Point Cross

Glipa o degie Uil 5 583al ADAY Ll a8l galf cils 1Y) @
L Loty Loals blail Al joed ) dhan g o) (b Adlids
Sl Judl) 31 80 (A glasia

sagn ALy A AUl Jlay) AL Calidy 381 sae Gl Badl e
) e o ga G Jals

Cudll) @) S A ey a8 ad) bl Y a5y Ky Las @
%50 353ad (Baaad) Ldad) cus) )

hb)\wJuL@m@&uﬁuﬂ\thﬂhﬂ CuilS 1) Lagh 5 2l @
EED 235, JAE ) gon ol B g3n e Lagudans o (50 S

flguaany pa dag ya il gal) J
416=395421:AC Ll o
.98 =77 +21 : AB kLl o
24 =3+21:BC kil e

JIAUA@JS\JSASG.JUZSOM\&\hombﬂ‘rﬂiulahako
A <l gal) Jasi 3 ull.\.“.\‘g M&LALA;MM‘UM\ Q) gal) cuils

Mo aaC 9By
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@l gal) Gl i yaas

Al e 1085 Y)Y Aka) quS) AN @8 Anall e cligal) a5 sl @
el ()85 JBY)

cliza)] 1185 ) W (397) aBe 94(395)ADC ol ¢lhall o
.[(Noncrossover) NCO = | baial L 3a g slad &5

9 Fua o AC 1onilida gplida’ o Bl sal) Gl db ca zilind @
Addall AY) el e B

@l gal) Gl i yaas

LieLaa lad &g oo 15185 G (4) Abe 5 (3)aBC olualill claall sy @
&gl b o 38 = (Double crossover) DCQ = T baid) A a
Adal gial)

Ul Al halll o sldeWly livie Chalia) B B Adjsall cilS 13 e
A8 JBY) el L) abe s ABC-Odli¥) hagu el old AbC/aBc
(il Bt B 45 gal) AL

GUlsh Al halll (e aladeWly lisis | Chuatlal) B A Ajgall cilS 13
3,008 g8 glaall) Lsd) LBAG. 5 haC el hmaw el b bAC/Bac
S(aiiall b cut A A7 gal) AL

gl 5 gl a5 ¢ gSamaly T 1S5 OB L) (1 Lad ACB 9 Ach bl G @
Aie aniiug Ugan JB Cislaal) pladl) (¥)  ACh/acB & Ji¥Y) callita 3G ) gl
L(Baaldal) &l ) JSE) s asd S8

24/03/2020

87



! ENE @5 gl Ablesal) s

Alld g 5 gial) cildaral) o falaie] dgdal) dday Al Ao ddlall uuat @
) e thﬁ\eéJﬂ sl g Crdga  Alalall il ladl S o
il o 5 dpdilal) clgaall Maay)

g C 3 A dsall Jaladl (SCO) wxpl) phaill S sanll 4l @
Cigiall 0325 il g (73)'ACh § (77) ACB Culaall) Jaad cibina gy
.(3) aCB s (4)\Ach' &shaaill dalally (DCO) (A Jplalll dnali)

(S C 9 A el G qudlill Jana Guny

[(77+73+4+3)/1000] x 100 = 15.7 mu
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ESEN @l sal) s Ablosal) ila

daall 9B 5 C Omrdsall (m da gl plaill dealidd) clgisal) 230 3o @
(4) Ach disbaall plaill dagldl) dlig (30) ach s (21) ACB ¢uhaill

1o WS B 9 C adgall (p uldllY Jama sl (3) aCB

[ (30+21+4 +3)/1000] x 100 =5.8 mu

llalll cilily o daie ¥ B 9 AN adgal) G udlill Jire s @

:&Lﬁs&-ﬂ#‘ 63\9.&\ ‘_SLAM&A

[ (21+ 30+ 77+73) / 1000 ] x 100 = 20.1 mu

ESEN s gall (s Adlocal) o

20 mu A |
C
15 mu (
“@a 8. A\

C B

5 mu
C B
15 mu | 5 mu |
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0@;2“ c )l A Jea dala cilliadle

ala U‘ b )LélS ul.u‘g.d\ u.aqu &A‘\.\JJA!\LUAJ\ UJS-\LQ \JJL: °
SAlaiy) eh..m‘!‘d)aumll’a)l\ u.uml\u&.uu.u}l.\.d\

sl Gl i 13gh 9450 Saad) Al GuSLEN LS cils 1Y e
Fral) o laguany 8 Tia lamy Laa (3|, 0pilide Gudaa o (liaga sa

Ol & ring 1368 9550\ A1 Bayandl Al Sl A ) S5 ks 1) @
(SR, ISy 0 e S0 A sl Sl L (it o

O 50 G ng 13gh /60 05 [S1 B Al sl 1 &) S5 S 13 0
JalS e Jsda oS (b

G5 G i 13 %0 Byl Adaldl QuSI B &S s 1 e
Jals J<dy plilag ya

{ ¢ sall gl ) Jaall) sias i Alleus

YRS st g ST Al bl ol STt X (Sstt |z sl ekl o
Ao aUaln LAY Jasa C Anle Y

¢ ST /stal St/ST :sn Aisl Ll aalll Ja @
lipall of Audiall 8 Sladall el bl el fic e
Ao g

Jﬂ\u.k‘— SNy Cilldia AUE Al oll L) u.u)J\ UJS.\LS.MLASM °
ST/StX st/st : M sl e 7 gl 520 Jiad of s, ST/st sl
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| ¢ sall gl ) Jaall ias i Allous

P
AV
§ = MII
\\\\
S —As}{t}—co
> . Q)
) 5 t == v
T = =N oo
. N /
= s t

Chi-Square Distribution:
Testing for Significance

Gl silas) Ay [Chi-square ( 2 ) teSt] i ¢S Ji3) 2 @
Adad) clduall) milss e Wi

Oa Cima haad Jal (e dad glal) S as Le 4y a8 oo daall) adll o S @
@l il 1) Lad sl @il ads &3 (Inheritance) 431l
L A1) CuilS 1) Lagd (9] Aad giall adlll (oAl gilla CBDUIA) (uSad Baaliial)

Mgl g do i gal)
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| 2618 o) Gl Il

Gl Unai 280 5 Ui L als Uaal 720 (Jeudll s 2,81000 Gt (39) 535 @
oda  laii Ja 7 gukaall Jigadly 1 ) 2.6 1b Baaldall Ll o Wi
1 3 Al e ALl Al

Cphaal o Jgandl Gag laaiad 1 ) 3 Jhral) ai gl i) 130 gl cuils 1) @
(A 1250 9 750 Laaal i s iy (s aUS
sAllil) Aaleal) 334 x2 dagd und
Z(O—E}z
E
g 2 dad gl ANall abgial] Bl E g Saaliall c¥al 2 O Jia -
2 badd) Ll ity

(720 —750)° , (280 250)°

=24
750 250

| 218 Jia) gkl S

Jhall G g 3.84 (e B A 2.4 g S e uils Wl b oo
Jaa (103) pasdall Al

0.00016 0.016 0.12 U.46 64 3.84 6.64 10.83

1
2 0.02 0.21 A Al 1.39 32¢ 99 9.21 13.82
3 0.12 0.58 1.42 237 4.64 7.82  11.34 16.27
4 0.30 1.05 2.20 3.3¢ 5.99 949 13.28 18.46
5 0.55 191 3.0 4935 7.29  11.07  15.09 20.52
6 0.87 2.20 383 5.35 8.56 1259  16.81 22.46
/ 124 2.83 4.6/ 6.35 9.80 14.07 1848 24.32
8 1.65 3.49 5.53 7.34 11.03 1551 20.09 26.12
9 2.09 4.17 6.39 8.34 12.24 1692  21.67 27.88
10 2.56 4.86 7.27 9.34 13.44 1831 23.21 29.59
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| 2618 JLEA) (el Jlia

8,51 e G B 1o 3L iyl A A gl s R A o
;@L‘d\ Adalaal) éélj x2 Az g VN ;\.1439 1:2 .6

[(720 ~666.7)" (280333.3)"

-‘ =12.78
666.7 333.3

d

Mo e 1S Aad e ST (A (12:78) dusaaall p e slS dad o) @
0,001 Juial (5 simag 1 4 a 4da

Aad g asil) g Baaldial) adll) (i S G 2340 @

s 2 Jirall daaliial) adll Jai Y @

Detection and Estimation of
Genetic Linkage in Humans

O el Al Qs P ) (gal cillalis N g na 43, Aaint @
Aade (pa ol Egan c¥la e @32 n8) Jaad Jo (a8 ga

SV Gl A gl zdsals A Aljpa o A5kl sda i Y e
Al @3B (e cla gl ) geadig paad ,‘”,.‘il.m\

L) (gl LY el Ay shatad NE. Morton allad) buiic) e
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Newton Ennis Morton
(21 December 1929 - 7 February 2q18)
An American population gerieticist

L) ' 5

i (LOD Score) 24 ;A
.(0) L o jally clady) g Dol V) bl o @ il A ane

GUBY) (pa de gana ol (lad ga ¢ 98 O Jlatial (i s ARy b ) S @
J(L(0.50)] csbasisa e lad gall ¢y 080 (3l Jladial g [(L(0)] Cnbasise

2 (0) el dpwd o Lagy Loy s (o2l Jiial) dad gl 5 @
A(0< 8<0.50)050.50 o (Adg2a

132 050 I @ @ans Sl Cmfiga oot s U A (58 Ladic @
i el o Laghl gl alilaio o8 Ca o W) g gal) Gl
B S Ablaa Lagl ol

log[L(6)/L(0.50)] 26} Calbaia¥) ¢l Janal (g pdial) oy & s} anss @
Zdialbal 3a 9 (LOD score) 2 Joas
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(LOD Score) 28 jA clwal Jla

ABO adl 23 ABO*O s ABO*B J¥¥Q 5B Jsad Jisi @

1S Bailu L 4088 Jals AAA) 35 Lk d3aladl JJAJS\ Ju e
Nail-patella) (waics il maii|(la) i3y AN 4a3S6a

.(syndrome
I L:}______JIH
]

om wm D8l L

(LOD Score) 28 ja clwal Jla
NPS1*D - silull JaiS g NPSI*N = (bl JaiSU 5a i @

da Pial) Lg\ LS .El.uji\ Gl a LA Jua B3 NPS 4aMia a5 o
(04‘233\ g 3lal) MIS.A\) 4.\“:3.‘:1\ SV A Yy UM‘ g
SNl e el 5 (Fertiiity) dgedl) e ol (Viability)

-1 1=2

Phasi 1 Phase 2
oro sl B{l-o
b’ | or
NQIN P\ NN NA[Fp
|
{
Y
-1 -2 I- IV- - -5 -6 -7 11-8 -9 [-10 1I-11
B 0] B 00 00 00 O B 00 00 O B 0
DAlFN DA|FN N N D[N NAIFN NA[IEN DAIIEN NA|IFN NAIIEN N[N
Phase 1 NR NR R NR NR NR NR NR R
Phase 2 R NR R NR R R R R R NR
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(LOD Score) 15 5 A qlual Jla
ABO & gall iy g NPS U dpeddlly g Gitla3s 2 | ¥ @
ABO & sall &uaadlly s NPS U dsesiliy 141 Alilaia 1 —| oY) @

BN/OD i ,ds¥) gisall (o 29 BIVON Mg 368 oY) Jasy S o
3&‘ GSJA:'J\ S8

2-11,1-11 28 eagr (AN G330 Z35adl Jasy ) 0 G2 il
Cra O aglY aliga g Ualadd! 10-11,9-11,8-11,7-11,6-11 ,4-11
O/IN . Galall sasall gl B/D 2 Jaladl Aasial) La) agl

haa gl G G 11-11 ,5-11 ,3-11 NY G il o Uy o
dagdle o8y dpdle @8 JLliud JUis) muay didie g qigdle
(1-0)2(0)°

(LOD Score) 28 ja clwal Jla

,o-11,3-11 Y oY gimh ,g.t'éd\ 633.4:'\1\ Jera il il @
s gdilal) Aaal) ¢ g YY) Ay g ugdila n€ e agnl e 11-11
(1 - 0)3(0)8 dgdla s 9 Ay gdla uS) 5 JLEi) Jlaia gy didie

G AL dglutia gah el g Gubiad) Gaadsalll & Ly o
172 (L- 0)% ()8 + 1/2 (L L19) (0)3 155531 (0)] A Juaia¥)

Adalaal) Cé\u AllaiaY) ciiws S84 0.10 s s @ dad Jaif o Y o

24l

L(0.10)  1/2(1-0.10)(0.10)°+1/2(1-0.10)°(0.10)"  2.152x107*

=L - — 5 o= —=0.441
L(0.50)  1/2(1-0.50)°(0.50)"+1/2(1-0.50)°(0.50)" 4.883x10
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(LOD Score) 28 jA clwal Jla

@lalsy 0.356- ¢f 0.441 a3 sl Ml LOD, 56012 4ad quusi o
.0.356 - sbud Z(0.10). s S8 O oSy 5 A

Gy Z score Aed quuad laaie JoY¥ Jhadl zdsadl) dlay Y (IS 13 @

AJEY Aataall

(1-0.10)°(0.10)° . (. “4.305 x 10 *
=0 -H—\—

(1-050° (050 54.883% 10

log =—-0.055

389 Z 5000e A el a8 ) 7 gadl) dllay oY1 (1S3 @
AL Alalaal
1-0.10)°(0.10)°
log( ],;( )q =—4.826
(1-0.50)°(0.50)’

(LOD Score) 28 ja clwal Jla

O h LaS Z scores gl ¢ gl iied U g aa Aaadlzm 1aall) 0S5 a1 13 @
:0.029+ 19 5:993- Cm Jgall b

0 0.001 0.01 0.05 0.20 030 0.40 0.45

A\
Z score —e= =5993 -3.025 -1.07%°-0.356 61138 0.209 0.095 0.029

2 el gl + 3.000 4 Zdgbia LOD score dad ol badaal (3551 o
Ot e (Dduadh@ibiaall oy inia b se G 4 Jaisg g3l aal)

O BLE Y 393 A 112,000 2 Aglwall LOD score dad jic o
(023 gall (o Bl 51 393 52 100 (A 1 Jeaial) G (a8 9
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(LOD Score) 28 jA clwal Jla

clad ABO 5 NPS st gall ¢y Lo bt DU A g L 0 il s o
Z(0.10) 4a Jai 0 + 311235 Lab cuud 5 524 25

0.10 - - 4 0.30 0.40

Z score 28.159 31.235 30.4G5 27.756 23.983 19.434 9.048

Olina gia NPS 5 ARQ (ati)gall Gl Ay diall il Jdl) cdis o
6533.3 59034.2 b i AN e

(LOD Score) 28 5 A qlua Jo 5 5al) Jal gl

L gula gl aladiady cilal )3 alina & | OD-Score ad a0
gl odd debld Jalgadl (pe daad) 80 Glaadly MU @l LA 3520
ool Aall mast g | OD score adl JalS Jlaw il e

R
sule LA [ OD.SCOre af Ao Juaai i o
Y ke DAY e Al JA) ol placal) dlas B addi i L)Y -
02l agah sy pae gl Qa8 ALY -
LYY 5 eSAN e La ) @) ) 8 Gadas) -
LB pasdal -
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Ldaal) (il gda)) & a3

Ludld) 3 _pucalaal)

Sperm cell
)
Nuciei .
containing ¢
DNA AN \

_~ \

@)

Egg cell

N
R

Fertilized egg
with DNA frém
both parénis

| (The cell cycle) &5l 5 53

= / SATS
\ {
\ ( o
\ > ~ )
= | —»—> |
/ MOt I\ A
/ i~ p J )
p L

Embyra's cells with
copies of inherited DNA
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| A ALY

:Zygote ) Apdall AR 31g B Aagdall A B gl e
.(Pairs) i 23 i, Aua 46 (Fertilized human egg

Culy A JS Bl gl g ga AaBM) Al Al o3 J6Y) Al AigS B e
UMAY GYT (e 4318 S 518 (o 5a LU Lalualf 40 anyg ladd 23 o
Jaddi 23 e salgiall

s ey A8 J8 YLl (Mitotic cycle) il Al Cradss @
cabed) Sy ) 4008 B 3 g gal) ciliiilal) (e A

Fa U8 e Al LS Al Ll g Y A AN ex e
.(Somatic cells) sl LA (2n o Diploid; (i)

| gﬁb.a.u\i\ abudiy)

08 (Ova) 4y sy af cils (Sperm) 4dki (Gametes) o+l £Y) 25 o

LI A 3 gall cliaall (pa dal) Chiald(goadi Lgisly | g gl aluddi)
.e?‘

aafg Addia 4308 JS Jdiad ol (M€iosis) (Blaiy) aludlY) e o
(rea 23 5) clraal) (a9 JS (e

(1n s Haploid:| o348) cliddall ¢a 1ade e Gl oY) dlai o
(Germ line cells) ol s 3l gall LAY (pa Al g g
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5518 5, gt} ) ghaf

#
-
\\ (AR i

Interphase

MItUSI) :
Nondividing / ‘

cells

= Prophase

Telophase I\ Prometaphase
Anaphase/ Metaphase

| liiall e Aatie
1956 a2l 2 Albert Levan s Joe Hin Tjig lallall glaiv) o
Slial) 435 ) @IS (e (pSay ATy gk

Oy ,46 Oy ais QC\L\IA\ 2e Gulevan s Tjio Olallad) c_u’.'ai °

2823 Lt AN Gl Uhaa 489 45 (o gl ase Gl Tyl any
RpCxiii ‘\.UIAA Slasall (s

3529 2ady g Jaks (Maleness) 5sSd) Y il aa) o
.Q 2l Jasng (Femaleness) gl X Guisa

101



Chroma: meaning “color” °
Soma:.meaning “body”

aaa ] g g 22) cliiall ¢ lags 23 Glad¥) oAl a5 @
NET=N

B 8 Al clijgall o S 23 o iial) gsag e
3 Blga Waaag locus = el o &gl pdga o
.Loci

JA(Centromere) &84l e-wﬂ‘ Aol da Aall (A e
clibaslly (Arms) o= 45 (Telomeres) Aokl axdlly
.(Bands)

! (Chromosomes) ci\syall

08 Ol gismall Guaall ALSYL 22 A 1 (e Ledsh an Lo & Cilaal) cdia @
Ga Slh Jghi 22 Aulalld | abal) Lgdgh cliuall qui i Lala gty Yy uinl) yaas
21 (Foiall
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| (Bands) <\uasd)

Jdeb o g3 AN Lglall 4 ghliall g daiaall (ghabiall Clibanlly ol @
Adgaal) cy o) Ja g g adiiiaall Gplal) Gasny (Asial)

A JS 1 Jran lganag cililanl) £ 565 haal G 5S @

. ,v Ot Aol g 4ty adl) AW (V) s i al @

] ) gy ebaall Joh Jo cillasl) g 5485 Cilsuall

. » 23 La) yiudy 28

" ¥ (uall Jsh Ao ciag s gl Jualed b CNEA) -

u u L e 098 e dllala 48 Al 40 B ) -
Chr3 Chr 6
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g Ayt 121 Craddiat g idad ) Allala JS il o
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| (CYTOGENETIC) &sal & 5

Gl g ad Lal el gadidn g A3 gAY A3 ol Al ja (e cirgll @
(g ra s g 4y ja) L jika Lo

dayall )l gdid)
| (Chromosome Abnormalities)
b4

£~ )

PRI RENRLAT  Lasad) ol gl
(Structural Changes) ( ﬂlneup[oiofy)

l (Aneuploidy) el daal D)
Al e Bl gl qiluds) e daiall dagial) UL axls @

Glavall (nond|sjunct|on) Juadll 3oy gaand) A&l Gy @
(Mitosis) L& s) (Miosis) Ebaiil) abudi¥) JMA Laguiany ¢

G aal B ) 215 Aual Jala (Gamete) cus JS45 g5 @
Fall (e 41-\‘ SO(Trisomy) ghea G rdaay opia O3S
.(Monosomy)
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Normal
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|
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division | L $__J__+
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dZayal) drpall S cibaud cladlaal

Term Explanaticn
Aneuploidy 2n E\{x)chromosomes
Monosomy anv—1
Disomy 2n
Trisomy *TANAY
Tetrasomy; peatasomy, etc, 2, 2n + 3, et
Euploidy Multiples of n
Diploidy 2n
Foiyploidy 3n,4n, 5n, . ..
Triploidy 3n

Tetraploidy, pentaploidy, etc.  4n, 5n, etc.

Ladial) daglal) MR oo AL

@
3

:Trisomy I ¢e dLisl @

AT XY, +21 sl 47, XX,+21":Down syndrome
A7 XY,+18 sl 47 XX;#18 :Edwards syndrome
A47,XY,+13'4147 XX ,+13': Patau syndrome
A7XXY :Klinefelter syndrome

A7 XXX :Triplo X

32 47, XYY

:Monosomy J ¢ 4L e

45X :Turner syndrome
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Down) ¢l dajdia s Trisomy 121) 21 (hkall Gl u)ﬁ.u °
2R JSA) to b agd Alala Al ainual) ddall GES(syndrome
AT KV 427 1 JENS A8 Al Wl 47 XX, +21

Mental ) ¢l Gl sl Gl eV (e A gana (gl A i alal @
il o plaia g S Jhaa 4 g callinll B b ¢ gall) B AU (retardation
800 JS! 1 s (gl 4a Pl (Frequency) 1SS iy 8 5mea Gia duhy pia

> 255

| O1909 A Dl djaa AN (_533:'\3\ Lol
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: & 5 E , - *
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A A T AN ANREAR L
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A 35 (e JB1 CA ee cilgal ) gal g 918 Al (rilaal) Ciual @

A Al aludly) sl clidual) £ 568 A s dgaa G e af ) o e
Aoy A g e e JIAN I3 & gand el adl LW T Y oY) e 2
70 -

Down syndromasper 1000 births

52

s —

1/30 —,

10/1000

3/1000

20 25 30 35 40 45 50
Maternal age (years)

5L da DUia

35154 25000 JS ¢ a1\ Aa DRl 038 qupea

2

MJ)-\A.I Llaa AN/ ddual) dipall u.aS'.'a >
A QY Ll 47X 13 sl Jed e il
A7, XY, +13 1 Aulls Adua

‘MSQMLGJ ccla(gpdn, A Pall sl il @

B Sl (3 sl Jia (Cardiovascular)
Ventricular and atrial septal ) g
‘(Skeletal) «(Ocular) 4sie ¢(defect
Loy diad ‘(Genltourlnary) UJ-' Al
I casd g u.&se calast dsLayy «(Craniofacial)
AﬁJ co.ﬁﬁ\ S dsY) el uﬁ o) gall Alle & gan

S 12 Ga SSY agila (gl aga

24/03/2020

108



24/03/2020

I b L Pliay lan JSH (o g 60 ol
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WIE\NLE ! : =
v R #onoH
a3 4 s w " % ]
L L T Pa- A }' i
(L] 2 2 =2 x b 4

) 94) da Plia

& ™ 25150 8000 JS (i (oo L da Dall 028 uali @
A3 18 ‘_,-I-ud-u Alalal) coalisl ¢ Jadd 045 o alsd)
ilaa U"N Qgual) dauall Gagh 3oy gl o Jaal) aqlis
JS.\S\ Ll 47 XX,+18 ‘_,JL\S\ Jsddy Uk; a0 94) MJ)L\A-I

AT XY, 18 1o LS Alia icih

A.AAAJ e g a0 99) Aa Pl ¢ sabaal) JLilsy) G e
30 :lgda 3Vl e (Severe abnormalities)
c(MlcrocephaIy) dria g ) e i) B
Severe) sy sai AL ((Microphthalmia) 4ial
Adaan g0 Aggls cila gl «(growth retardation
d\.ﬂam gy ‘_,.EG alds s4.|34)3 4.}493 ﬂ\.uhsj
a4 Gy B g cah a5 D) S ¢y sbucaal
) G4 G plall
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| AL 2 Pl

600 JS (s 1 1SS [eSAll ol LA @
AT XXY  sagadl Aseal) dial) 585

pis ANV X Asall Jalall o)l @
Gm\ u.b MJﬁ s (Infertile)
Oibaall gl Gal oY) gy Cilail)
s Aalll Joh o L Al i
Ging Ak pdly k) Guliid)
A5 B 23 (e g (O
08 (Mental capabilities) 4sadl

RVEPEEWAEY

i X (pual ) Gl A Pliia

() 1000 JS g \ca Bl B oxai @
sl o dsall e G
AT XXXz Al

Al e (e Bias Adsgana e Y @
G TS G S ) 13 Gl
o JSia | Cptilay 31 X all cSlalal
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{ VY heall it

Qs US3 1000 JS Gl (a8l A oaxi @
ATXYY dppall dlipa

1 dgagh Bida ALga claMe 1w Y oo
O Ok Oabadd) (Si 1 Al
Joa g ddl Jgha raslsill iy gadl) daals

. A gaall

‘ (Jacobs syndrome) 47,xyy

111



i (Jacobs syndrome) 47,xyy

Ao i) 831, 81) Jlaa (8 d2al) Patricia Jacobs wusl ,1965 als e
.Scottish g (A Ligawa 315 Ao duil 2

A7, XYY bail) ¢ s8lay agia 33 9 (L daldl aag @

O JST) Jolall (B Baby) iy 13N Y haall 0y Jacobs caiiil o
s 5% oY AL s (O

Park Gerald s Stanley Walzer cpaladl (i 38 (ali 1975 als o
sludll Boston hde & sl gall o Laggind o b Uiy 45 A0 Al
il gl ) (ha Big Y el G

yua.uai\
&k (Human Genome Project) ¢sdall asiall g gpda mili @iy o
45541000 éHéM‘XMQMJ&‘uJJASO g5 Y il

Pvall B Bagasa s Al aa Y anall b Sags sall cli)gall Gl 4LES @
X

Ohmal) il Lagay PAR (Oband Oiithiay X 5 Y (lhisall &L @
(AN aLudiN) YA () ) 9S3all

sex-determining region )<SRY &gl o 4l gialy Y Awall 2385 @
¢y (Testis determining ‘factor) TDF oo &5sall sda a5 (Y
DS (s ddat g Jaad) oL iadd) gt L8 Lala 93 qaaly

,SOX9 :dia clijsall Ga aal) Fladil Jadly aghy ¢ludil Jule TDF o
. SF1,Fgf9

24/03/2020

112



; Y

PAR—n
SRY —pa -
Euchromatin—
Centromere
Euchromatin— &' | 'MSY
K2ywPAR: Pseudoautosomal
region
Heterochromatin SRY: Sex-determining
region Y
| MSY: Male-specific
PAR— region of the Y
| S 4a e

@b oalill clalall cldll Aaual) dall S e
Xed5 1A X mall

&) aladly Lo iid) lsigd clalal) ELY) Ciali @
G TS i o (S g Al e g (il pall S
s¥ sl (Physical features) 4wt il cliall
O s Alad B ALl 4850 S bgudll
s b gl GRS Aile g Ath g 4518 cila g
il B ol alal) aa el e X Asall il @l il
wislgall s’ (Spatial perception) &1A1 &l

. A % (Motor skills) 48 al)
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(Barr body) s axss
Gl (e Bagaka LA 8 4802 4y 4529 Murray L. Barr &ald) cilaY e
,LAJJS:\ (198 Jaladl)
(Barr body)y b axea 43 sda e EUARS

X Oxdall 330 Y 4 La b sz Gl BaY Susumu Ohno Gald i o

Lyon) lgaw) daxi ) Llguad Mary Lyon daldl cadys e
. ,(hypothesis
G Ca A Lgby e

Lty X Cmdaall sl

. A ‘_,A\JJ& J<dy
/ . ekl 193 Jal sl
Ol
| o .
glel o (A L azs
Nucleus o
LYAY
// Cytoplasm
Barr body/
46,XY B 46 13 X N
45,X N=1=0) 47,5 XY (N=12R
)
47 IR X o 48 FARIEI X B
agmpmxy N-1=2) sommpxy N=1=3)
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{ X ial) Jas A

: X inactivation center e adga X Aviall 3 pilall &bii‘ s @
Xic A Jas ) jatdl

o0l Alilse s 938 TMDb Ao Xic adsall tiay @
(Inactivated) Lial X ghuall b hid a8 gal) 134 25 @

Ll g a5 Y Uy (X-inactive specific transcript) XIST &jsal ikl o
XIST &5l Jany i) X Avial) iy

Lagdly Ay (noncoding RNA) aa & Y Uy Xite s Tsix Gl sall gis o
X il s b Lila 1,59 ool

| LAY X hniall s A

JS hadig X cillaall o A a5 Xic adgall dis X (lasall diaiy o
Lo dal g 1ae La cilihaiall

-L;'“ gas (8L Aafiuu &f'“ Qsﬁ\ “,.ﬂ-udj'. ) Jlaa) eﬁg °

Inactive Inactive
<Y 4 a

\ounting/choice I .

—_— e e — -

Xic —pmm

X=X pairing

Random X chromosome inactivation
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| JRA) X kel a0 A

cliaal) dilai ) ada ) Xic @dsall A 8252 gall Toix &1 pal) his 525 @
clial) dlida s b pdigd Quing Laa guasa gy X

)

",

R

an A\
N Aberrant S
I/ counting/choice

BN ok or..

\} L)
No XX pairing Chaotic X chromosome inactivation

| JBAl) X aaiall s A

B9 X cligiall Jo (b pa g Qs cliiua ) ToiX &0 o Ald) sy @

.". -:". :: ."'I . a i
4 m Failed X af "
! 9 counting/chuice gl 9
Transgene blocks NV i
X-X pairing Mo X chromosome inactivation

24/03/2020

116



24/03/2020

l (Structural Changes) & g <) i

A A L) Al Le e Ay ol JSG A JIA B s gl cildpddd) @
AB2al) A8d g | il LagilSa p& B Lagaliil) @l awall 132 3 DNA J
AU JSd 3 ) guusal)

o3 andy Alai) aludi) Ll P Ulal add JC8 L) Gasy @
ACrossing over) il 4ial)

(UV, 7, X rays) Glelady) ;4 Jal s o Jla JSdy JLusiY) dusy @
.(Carcinogens) 4k ywal) 3l gal) f

{ (Structural Changes) % g <) i
scluiall B A g el a3l (i Bde el o e @

.(Deletion) cpadl

(Inversion) &)

«(Translocation) s&3y)

.(Duplication) &Lzl
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‘ (Deletion) il

‘ (Interstitial deletion) D&Y GAl -1

qll qll

ql3 J\/\/\‘ ql3 q31

q31
q32
a32 Deletion Deletion
Viable? Fatal

| (Kinetochore) S 5al

FAN ew sl Adgy Siea daul s (Microtubules) il Ly peGlinall bi s e
(Kinatochore) (SoAl

Sister
"R‘i ailiy sae (SOA Al dlay @
A Cgaaly L) il day g blE -
Kinptocl\orc 3 .(iil-ﬁ-}-hdl\ d;t‘)a-d ijm Sﬂ‘ -\.-33‘93 -

Kinetochore CrpaSlatiall ¢ pladl) u}\ L cldaal) Suad ;\,,J.AG @,-,\k-ﬁ
(Cpqm\mere) Sl adl die Kinetochore ) J8ii o

Centromere

%’5'57[' y -\-\MM‘_’}G""

c:: t‘- ? Dynein = ‘wstJ‘d‘ h‘“’ﬂ‘ M Q’s

s ;,_ ,g g AT .

g = -o Kinetochore m|CrOrL[DLI| -(Centromerlc DNA)
3 —_Gf & Kinetochore ) <ills; o

i s Al g Alaie dak
.Fibrous corona = 8Usta

= — Cytosol

Fibrous corona
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= =
- ~a

‘T,;i (Terminal deletion) SN GAY -2
Gyl Ll gaa) b A (pdl) Gy o
1If' (A8 gAaal) Aaladl) EEY ‘é.':‘l:sd\ al) Guuay ) pal)
v - Cri-du-chat (“cry ef the cat”) syndrome
13 46,XY,del(5)(p15)

2 -, Wolf-Hirschhorn syndrome

BE 46,XX;del(4)(p16.3)

‘ (Cri-du-chat) 3 ¢) ga 4 e

Ga omalll 1A (A gl 1l (o aali e
) 25000 / 1 g wi pualddl all
slaalliadl sall (e 50000 / 1

LS AL pige Ao A S o
S e 46,XX,del(5)(p15) et
Oy gh o el AN dhaa dipa :L“,.“fd\
Oa Aadldd) Lloall 4 i Lol cliyal)
Syall (3 ualll gl A6y ddhiad)

Loualdd)

Akl £ g Ao Plias oiaal) JULYI Sy @
ale i LSl plgal Alda gy
(ol ) s ilgda SN Baae duily 5 il gl
«(Ocular hypertelorism) Ol 205 L
Sl i QS ((Micrognathia) di jia
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QU b il g 4 JBlia
(Wolf-Hirschhorn Syndromnie)

gbi&i ‘_,ﬁ A G e Al e
dapa QS ol Ball (o pmalll
o ol qlas M 4Bl

46,XY,del(4)(p16.3)

da Ll sl oslaal S e
e lilAsy snae Al cla gl

Jaad
’ L&
I (Inversion) <Day)
pl pl q12 =1
qll :
i
qll qll 1
q12 ,/\/\/\ q12 @Y p1 :
ql3 15 ql3
q22 931 i q22
1
q31 : q31
’\ 122 ' :
q32 J v’\/\ q32 - q32 .
Paracentral Pericentral
inversion inversion
gl DAl Jaiad QDA
ol Fall
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gﬁh’?\ﬂ?ﬁa'cﬂdﬁo 1 A

"
gl o) ks e : A B C D g
9 Alai) pld) (P& 3 i y
ng.i;m Eigaa g ng.ajn e L . ¢ /d.c b 2
Liua Jeay uie Ll el )

oadll duiay ol (1) Laph J"';"'n

Al (s Jany (B ey S

A b (3) s hsal / =

ciey bl el Ay @

s ad (2) Gheal den 1D

LoVl ot Cindl disliaty  4esmeme
‘ng).d\ h\uﬂ\ A3 luad UJ\
4t (4) mall Jany e

. A & € D £ F .
Pae Jiadd dielaiy ada ! & : 1 e
" . P A wi v s »

O S 4 O g

e ) a d ¢ b e f
R EEN g Faall A s
e b & B EB.F s o .
1 R R R R 2 Ao LaD § A (5 e Aa

(Translocation) &Y

| (Reciprocaltranslocation) J3aa sla3y) -1

46,XY,1(9;22)(q34.1; q11.21) Lild i o

]

b
S
— e I

C

Reciprocal translocation

24/03/2020

121



Philadelphia chromosome

1(9:22) (g321911),

]
q11 “& BCR-ABL
—

CHROMOSOME 9 CHROMOSOME 22
[

;

24/03/2020

/%’\
ABL

(Nonreciprocal translocation) Jia) & ¢85y -2

Nonreciprocal translocation




l (Robertsonian translocation) (&srs, s -3

7T

\

AV, S \
13 14

13

fdakiall 1833 diga A1 (e Ja

derl?) 7
Oeval) G Yelida YL Jaag (adld
N7 19 s7
b A A
) O
MNLN VY ~ZZAN J |
L, |
1 r 5
19 der(19)
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Jaliia £183) Jaay adld gal (i oY) JSanl AiCaal) cLaiaY)

Parent 1 Parent 2
7. der(7); 19, der(19) 7, 19.19
J |
Gametes {
7, 1% ¥ L/ 7.19

—_—=

?,de«ia)j:::::::::::ZI::.ﬂ_H
der(7), 19
der(7), der(19)

Zygotes

7,7:19,19; Normal chromosome complement
(two 7qg22-7qter regions and two 19g13.1-19qter regions)

7, 7; 19, der(19): Unbalanced chromosome complement
(three 7q22-7qter regions and one 19q13.1-19qter region)

7, der(7); 19, 19: Unbalanced chromosome complement
(one 7g22-7qter region and three 1%q13.1-19qgter regions)

7, der(7}); 19, der(19): Balanced chromosome complement
(two 7q22-7qter regions and two 19q13.1-19qter regions)

(Duplication) sl

103 Aband) 5 1 Alard) (pn ABad)) dicll o
46,XY,dup(14)(q1qg3)

gi '

| |
| lJ\/\/\ i\ \N

q2
q3
qa4

14 14
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i ORI g sl g cpd DAY 4 gl Ak uial) cila gl

Deletion of D Duplication of BC | Inversion of BCD
A A A" A A
B B b\ B D
C L (& C
Deletion Duplicgtion Inversion
DIy —» —_ i DI} —» B
E p cb E E
) )
F G F F
€ G &
F
G
| - . - 2 e
| Jalia e g Jalda sl8 )
A C Aj Aﬁ W Hig A
B D B 2 Il M B
& Nonreciprocal g Hy ¢ / Reciprocal
translocation ey + ’ translocation + K
D —_— | D K »‘ o C L
E /) B\ N D s
y i} K1 , E i
F ' F M
Ll
] G F
Wt G
Nonhomologous Nonhomologous
chromosomus chromosomes
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{ (2Laii) aludiY) oL plafl) dhdla M (i) g cie Uil & gas

| (Karyotype) s s baal

Juani Al La dgla B ) i) cilgual ALalS 3 ) gial) \gh e g g 53l) Jaall) @
A A3y oy Ly ol g AR juudant any Lgle

QS5 Laie Slaaall ; @JJA\M\ anmuaijad\ il i o
e 4854 (Mitotic metaphase) ] Skl o G gkl b
i85 Qg lghe daly g8 (A (g 3Sal (anlll piagi cuay el sk

JLedalanl g s e clilaad) i

Lacall aliwall e g5, 22 Oy ‘_943 3) g0l S e
dadaal) clasall (pa MA\J \AJJ 3.22 M1 4—"‘)‘ (Autosomes)
XX sl XY W) :(Sex chromosome) gwiall

24/03/2020

126



— e e A S WV
Centromere Metaphase shape
location
|
Sister =

Middle Metacentric | chromalids ¥ Centromere

Between PRarm -

middle Lubmetacerir'c

and enc
Close to end Acrocentric ﬁ

5 35l il a5l s clibodal) i

Metacentric v
chromosomes i \\“
1,23,

“
16, 19, 20 ¢ " \

\
Submetacentric 8 I | » %0 £\ ) P
i N " v 0, “ e
chromosomes |1 || t.!‘ o AN A oA . i
456789, AN i A WA 3 T
10, 11,12, X 6 1 a 10 "
’ . .

Acrocentric '5 1 fea % \ (W] to
chromosomes  § 4 )’ g P L T “
13,14, 15,17, 13 14 15 16 1
18,21, 22, Y o/ suupuus perd a\S emmmmn ammmmns emmmmns

f

|l

an 08 % l"
. - '

00 VR 'y Uo d
19 20 21 2 X

Karyotype: 46,XY

Y/
Y
! 2
VA
5
e
"y
Vi
12

= [F.<% ]
€Z»3
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Chmmatid\\ /Chmmal]fi
Q) (A Aall (34

Centromere

Kinetochorem Kinetochor»

[ gl

T, S

Metaphase chromosome

| 35 alll o Jganll s

ol |0 S Ly Melaid) cliyial ST o
aladnyl ] A& aum\ & (Metaphase) (A4

) il 44 e sl (Mitosis) (Al

Cslil) da

(Sister chromatids) sz 53Y) ual) B

9 s Al 4LLG :Shugoshin e

bl Ush B naAY uall A& oo separase mil Jwabs e
.(Anaphase)

),_14)—— Spix‘ule fiber

~—Kinetochore

Sister r“ﬁrfﬂ’wrf n‘ﬁg Cohesin
chromatids

- hﬁ"‘ “-»

\

~ Centromere
region

1 _~Shugoshin
-

+—— Microtubule
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| sl o () geanl] Aasiiud)

1 958 baall) o J peanl! Aaadiendl Ayl daniY) @

(Blood) aal)

(Arniotic fluid) st Bl
=" J

(Chorionic villus sampling) Ailasdal ciile 3 ¢a o)

(Trophobiadt) | A La g 3 / 43 3a 4

(Conrjunctival tissue) 4xeailal) dauiy)

(Tumor tissue) 4xa)3h dauwdy)

(Bone marrow) akall (A

s Sl JALd) cpa B2V gl I8 Adad) A3

/‘\
) o
i

@ / Fetaliells suspended
= \:k\ in the tiuid around
/ B~ “ih'fetus are sampled.

If the fetus is diag-
aosed as being affected, a therapeutic abortion is one
option currently available to parents. Obviously, this is
a difficult decision involving a number of religious and
ethical issues.
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! sl hall) Ao Jpaall Janll Jal

14 b iy g (Cell cuitiire) s st g 50 -1

48y g dlariowal) il g1 g <l Jagailly ddmd) 10688 Gl (Sterility) daliall -
ding Jaal)

L sall g (i by B LAY £, 5 (Cellular vitality) 4sldd Lead -
T4 —T72=PH ds.... 55885 i) palan) g dpismall #3Y) (5 933

oans Ol aladl ga |G gaealinn 37 851300 3 A At e 5 el LAY (uaad -
(CO,) G5 AN B H 8 4 590 0992 8198 () Aalay LYAY £ 65

Mitotic ) E& skl w (Metaphiase) A3 skl uﬂs.d\ aludi) Cildy) -3
AColchicine) Gpmsdd 5 alaiiuly (phase

5y a5 Cag,(Hypotonic sclution) sl Gadiia dgh-n A gy LOAY padi 4
Aala) dasia e gl cilgudal)

Ay 31 A% phy i 3 ) Al Jlartindy Le) cilinial) (Denaturation) gewad -5
(Giemsa) 13af (sl Jleaiady (n st -6

A LA gal Akl 594 alal o U1 gl

| r

G1 ‘ 5
s | 7|
Hours '_x' T
i Pro | _M:— Ana Tel
36 l 3 3 18
Minutes
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Lymphocyte culture

Peripheral Colcemid
blood Phytohemagglutinin 2h
(Mitosis stimulation)

Lymphocytes j’—L

e,
e 1 e
£ ] Cell Centri- s
5 s proliferation fugation *‘{:—;
—_— —_— Y
@ °

B : 72h nﬂ g:

] o2
Cellculture | % g Cell ﬁem [}
medium 00 sediment . M g!,'&

15 hoL b 2 3. £
i Potassium chloride
> Preparation hypoosmotic 20 min
/ Centrifugation
[ 2 Uy o=ty /-L
/;;; ;,; & 4 SR
g
) ;

Uptake e Centri- b — —
s : 2 e ry £__ 3

Dropping / into pipette fugation :#;

ontoa < L
glass slide " g“e [
- L]
TPt ™ I
O (=
3 1) —
. 3 . Y T
. i +_Fixative Cell sediment
* Staining
’ Embeddin
Heatln? and dding
proteolytic treatment Cover glass

e S,

Slide with cells fixed Slide
6. 74 Jar for staining 8.
Arialysis
\V Phgtogmph
‘ L an
)’ ;l )N HIR R s
[T AL (A | P A | I
TR AT (R Tt
3 | 1 “ (1] ’.
10. Karyogram Metaphase under the microscope

24/03/2020

131



24/03/2020

R-banded chromosomes’s human
visualized by light microscope
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| G-banded chromosomes’s human
| visualized by light microscope
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R-bands or G-bands?

Chromosome 1
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Exar ISH anal ase

47,XX,+21
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