*



ﬁjj\/,j%gu/,s’gﬁy\pdiew@;mm
Sl 2155 Lo a7y TSis?, Olol Wl pesil

anl 03l L s,

. 7Y S
(’/i,/ )3/"45&;’%/ /Jc/bub//)/

A

b“r//,v"lf//&/)dféd%”/;f}/dt/"/ Cry /b//ﬁ/

N LS9




S 3 S § J gt

(52 O g Fm Olalian g 4obojlg b of yon)

oods Jlwt g g o2 0
3w 93,1 559
(gt gl S 31 ke OIS (S 9 S0 ol
o> 30 33
s loiuwd baog 5
(st g o5 he SIS 4 Sy S5 5,50 s i)
S2b v
(g g (S5 31 e OUEINS (5 39 sl § il f il 415)
5 Sk
(g g 3 31 ke SIS (5 39 S § i of el J15)
G251 25T S 55O
(M990 S5 o 5 559)
obueat g plast
(5030 S il f il 415)
I S 4!

(5389 95gn i) i )

g0 Jillg 555

(g g (5 38 916 OLRANS (5 33 S § 09 55 JolS' Sliw)

o —— —

oIB o 8 o o




SO P (SROP anlid \

Turnpenny, Peter D

LY L5 0005 69 1G5 A3 5 i lalllas 5 acliosly L olya) YoV (g el Sy S35 Syl : sl plg Olsie
Boge Jadllpl L5 0,500 o] o (laians Ly, ez ol 0l 5,1 pale Jlial g 5 o2 e '

AP (L 1S il og S il a5 Slasis

Dloged ¢ Jgdz jpan . 2YVD b olasis

978-600-422-247-1 : Sl

Emery's elements of medical genetics 15th ed, 2017 : Lol lgic : cuslosly

e adl ety phiel 65T oy Toas (25 ko o6yl dasms ( zlazass Lnng,y (o o bt cuslssly

S S Eyoye

Medical genetics : Egdge

Ol VI 03958l awlils

Ellard, Sian : 05458 aliss

Sl g ez e « VYEY 5,0 wlos : 004380 dwlils

w_?).';.a‘—\\“9° ‘L;'.‘."’i) ‘tg?:!JLA.:.u)d: adj}él awld

RBYOO/F Ll VYa5 0,58 (gaies,

PN/ XY SRS (S0,

FYSAAFY 0 Lo o

(52 05 g Fgh Slaliao g acliojlg b ot yon) Y1V (5 yol (S 33 Sl § oot 20lS o
Sl —Okdesl) g plael -5 S| 2l = (28 S5l = 5 Al deswe = et Langy —3beo 55,0 1o e
S s Al ey 580
WAL gl il e 5 s
Yoo o les
93P 1P -l sleS 10
S P s pe
Sl ol 5 B
03,1 2o 550 5 5 poke
izl bl il lemino 5 b
Olog 00 v v el
Website: www.DKG.ir
Telegram.me/drkhaliligroup
AV (58 e ) s 85 ols ) gl
YY) S~ Ciar dib— ey Shely— O ols ol 3 (5545~ NI Dbl — O 0 b
YN - TUEARYER — oYY — VLEAAYYO 1 il
dob aieb = )b ol patzme — ok Lt i =N Ol (0 2 g @l 1A S
YN =AY i S e

*Q\Y - 00°AOAS Z&j) A




syl gl
VAPA Jlo ;0 )b odgl a5 cased « 5 guamol olBiils (o, el [ Son 5 (Sl Sy anais sl ol

| ob},o.; 7""“‘““’ ‘) Gi""’)" SM) JQ“" ;_;LJ

"5 ilose o2l el 5 g 5 oobo] ladl 5 gt s folS” Ll < 0,5 delllas”

(OFAV-NEYE) (St ol 3

g ol aiely 9 9,05 o (el (Kjy Sei) ol DS Gralng 23T 0o 51 Jlo iy 3l Gt
29495 g 3 Lo 3T Gl sl ey 85 4 Gl ) S Sz Glalng S el
o Yy b M e Jo 1 (g lame o 3 ogaras oS 6,8l 5 aw Jus b Iy
olaasie 5 Glaedils et lee b @idS Jlo wiz 55 .000,5 Como o)ls S jy sadeis
S92 9% (S Sl lem 4 i slaoslgils 5 e sl 1) (hg) (ol &5 mlodgy (Ssleyodilsn
s5ban Lo ojgpal 5 el atdly 938 (saelai jsboay ;0b slacs lom () BiS (] Az jo ailed
SilsS slagbon a4z sRAS-MAPK ;s Lo lon ax cilizs laceisid ol Jyens
0951 sy Jed 2l I e0lpls pemoe 05 Yoo Ve 51T LT slagialesl culss s oty
P S oS lansa Ly a6 3V Gl o Cunl Sleas g 2l il SO

35510 bl & eens AT )3 ()5 Sy Gialosl ange




5 01 9550 53 (I Embio 5l (orpnsg o ol vgzgr Sl pgiy 5L g3 IS (Sl
slod o a5 caiload ( Slal | aygil sloaisl L" O agzlee L;.@i?" aloz 5l 51,8 Pluwe
S0 dded 00z Jlawe (pl 50 Jleds 1S 0l g Lyl 0,Shae g olFays .a5jls (S g (iodlw
il aalgs delol aiey ol jo Jaz 5 Eom ag, el 51 ail ced Liul

5 e slagielesl 5 @ 8 ansi 50 6554 sz 69)l5e Dlsies BEd iy cal &
Lneslyils ey (sl ol yie (slaal b s (s1ls ok Ul mies 5 o les o s
sloghs; @l S5 sleaie 65,50 50 Cd iy 0938l 1) (ol oS e sbags Lo 4 dis
Lol ;0 VYoane 45 48, 1Sy 5 ool ot S L 1) g0l) olas 5 Gomy ddod (5,05, LSS
Sy Cdyiny o iaas LS b i Gley je cwl adls o 0 g o zilae 0SS alde
el (S5 slos o leys 0 CRISPR L s iulg sbo i, 5l eolail wlas ol 5o 00l
slas ) lowm 4o i slaoslgls a5 39,50 )U!:.'Z.S‘ g 3 P wga gla gy ple LS 5o
Ay 044 e Nigd oo 48T T wilaes > a5 Gl s sle Sl 5l (S0

I ol slo fad ool sanl uay iolpg opl 5o cosdie Olass (LS (40,5 Slayiea jebite
silate 4 m0ges <5y 0)bgs 9 ce £92, T 4 036 slagbs; 5,54 1y 1,50 45 ISS o,
aslsl M‘D a4 UM Sy LQ‘J‘—’ ‘) G @fjb u.JUaA ‘UT » og)l.c Jw.:l.) );WLAA 9
Ak 0aS S Sy S5 390, b ol aglge o QL‘T &l g 95 ogl> sl IS g ade

3,V s 9 (S5 o
Q - g/-‘ . o S‘




g{."’;’ oy

i Jlo g Uileg 4 Sl 5 L (oo el (B S gl @aol alng ol LS
Ol 5 paniS (5K 2 01 U 5 e ol )0 LSS i Céyi @ a2y b
am FEres Jolov g 4525 9 90 Jabd (paiz Fosls pualie 5 (S p atdl g Sl atils Sl
Slegige 5| olow sy sl bl b ol Bl ial5dl pyglas slows g LialS 3Ll glaoyze
2 b YE 5l g el oga i ] Jsad I 5 olawi a5 plizer 09 ol g, 41 5 s
Pl BVl B osd (oa S50 )b el osn; (G955 alng 50 Jad VY 4 (3 Gl
e sasld 5l S5 sl oo & jeblen S9d sl g, 4 Slegdse 5 b @l e G
@loodysld wdg canly psle o (ilshd (slao )5 salawlsar § 95 o0 Cgmite (g8 (S pole
sloas,e ;o ol ggiie Glas )5 b (o (5535 Cueal 5y, 4 59) (Kb 5 (29,00 «55yslaS
o Bows S el ol 58y Jlo 50 6 Silolnel Caep b &S iole S5k Gizpe 9 055UsS
S w05 Os Sl gy iy o5 GBS 00,8 sl oy ) G ey cnl 0 (26T &
Ol loygaS 5l 5o &5 el 3 Lo (o (b S5 @lie 0 St 8 9 (n e
el 5l (S QU (nl iz el 485 )13 adlllas 5 JLiiul 9)50 aSlul g (lhgmisls g
B slaggesl (Solel ol b 5l 5 (S pole e sloasls 5 e, sl wee
€85 Cglgs L U i 15 4y 1y 095 536 15T o Jlae o3 51 ool b il oo 6525 ¢ )|
S5 o g s Wbl Lol e 5l oS s locilal L) el 5 ool s (slana 5 (a5
Gaod 3l oS oo ;S Ll jo o 03s cnl legihily 5 lacedddle 4 WS sbiuly o
2SS e azye al)l Caz Guizes wilodged ()b S Gl Syt 0 1) e ggmi 4 a5 LS

Ssile, 5,b ar.sayad@yah00.com g oSl o pol ool 5l Lo soms slacls

oz oo 09,5




A S5 2 ol 5 9 S5 gazs b 1) Juad

A iy 9890 9 (o bl spgs Juad
00 Jobes s g Lopg o095 spgus Juab
M Solow slagy; 8L b (5SS oS e Qlulid iploz Joab
XL S35 S et (gl alKtales] (oSS roznty b
10 & )55 losSI ot uad
VAY 3 5 Canor S5 i b
Yoo A Jloso] dpusloce et Juab
\AM oSS S5 e b
Ve hlewiz 5 iz Clyg ipas Juad
YA 255 slacsslex sln 6Ny el Jad
A b Slsnslson 9 (sl gon ipassles b
e (ol SC3 iemd g Juab
ey Olb s S5 1003z Juab
T S5 6 lont cslayd 5 psmmo0 b Sy «KetifeSlo s 1omoply o
fre Sedjga0md Slap v 5 531550k slags Ll paolds Juab
fva (9392955 Slas loniali pasin Juabd
Chig leandisn S i Jab
ofy SIS slags Lol om0 395 b
£o Jie adgs S35 5 g ) ey litalesl sty Juad
FYA S5 0y9kdn 1050 g Canmy b
¥ Sy S5 50 (Sl g (I Eolin ipgd g Cony Juad
504 aalio3ls
sag tosed
a4 sl Saiz lagiuy
V15 ot a3nliie 8,lpe (clise 1 b stas s
AALg sl Sz bty gl
VEs 0t o3alie 8lpe (lise 1 b shusy sl

YOA LS“")B ‘:’L.’.°3‘5




pgd Jad

il y9 TS g0 9 (Il ulu!

L

J’\J‘\Sfﬂ.JJT@"’“‘"\‘.g;JﬁJa‘g'?}SLguR adlas oo Sz sS ol Ju So oS Gk Gl s
s ol B ol 5 S S, e Kilg e oS

Yol Jpol

Jsame 4 (55 5145 (g 0,z .m0 co 7 Dl i 50 Wantly i (g 0,10 0529 (28159 0lge Jokus i 5o

cla 55 glyl DNA (g3loaiilon anTs DNA lslo ol 5 ool Libey |y Jybe olisbions s ol Juad o)

e 5 it ladale doiaz Slite elgl iaaz 5 5 (qumsis) Wl (e o5 (o5 Jisls DNA gussils'ss
sk« DNA

Jobw

$Slg Olge a5 ABl (oo dtd pU @y 0,5 2SS e Su g g (SIS G Jsbe 2 68 25K See 25 50
cblis Jolows (45,0 Slagizme 5l comdygion st Glan¥ ¥ apgiond (V-) JS8) 3,00 ) pg3ameg,S ISt oy
O > Sl 5 @lolid o (o ol (sl Gl utisn )1 5 005 2333585 (il jsboay az ShouS oo
Syl i b Jelu

55,15 o Al ML gy 4 o ablol Lid Sy Lasgs 45 0l S pb &y (5 015 (6 2S5, 4l s
2yS 50 Lyge SOl glaes dile 55k ) az ST all oo pedlgien s glid ol el

SISl sl ;olie 5 Gad s olie Julis 5 conl mlo o Clile L 51 oS ool Jggmans Jali osdlygines
ASs pb @ g 50 e P G U e )b sl 5 oaezmn Gl S medliss )0 nl popdle allipe (Jsko

0 GRS S 5 (g i 50 Wipgian ) b ger 1o cewdlygail aSid )10 252 (candlygus]

1. Samuel Johnson
2. Cytosol



P90 Jod W

)l 518 Dl gt (yg,0.ailonmlie LB g iUl 98y Soo b 45 (6,500 SzsS sl (Joks slaSaluil iz on

Sl yiae Gy 5l 45 (6,0 S gin 035 Jolw (slmod gl md 5 Jyiums 45 ¢ (35 olSiwsril 0t le laSaluil oy

Jsie o] (593 58 45 Bpgiazd 5 (V) Joad) opgsansTyy 5 ool (655 g Jats 05lannST (ignsdls o (Spilin
Bl e s o sS5e 9 ok Sluls 28 5 oo 50

519 03lo DNA
oS

o ol s a3l laa5galSa ol 4y 5,00 sloJsSge 51 a4 ol (Ysb poly 5l ond St5 SalS'g slaoen]
el Dland J5SIge SG g 03 J5Sse G Sa i 5k St sl wsdlSs

5 o iz Jol Lo 5 0lsS 5 0ol ol lagn yo0 i 435953 5l €59 55 Wognsas o 5 029
s Josl 52

SAlS gigus s oS 99,1 5905 ak,S O 01 a5 (RNA) sl SetlSgiges y c0,10 0925 Sglite SalS 5 ansl 95 90
Ol )il a8 S 18 (55,008 S0 Gy 018 Sl pad ComBge 0 JeaS'g 008 05,5 sl 4 ] 50 45 (DNA) ol
g i b g leS 5 ool (s slasl (Sl ond (ST g 00ls s ) (5enST S oS (ine
2,10 3529 DNA ;5 ladd o5 g RNA o Lid Jowlye Jg 0,15 5929 RNA g DNA J5SUge g0 ,0 a5 i
g g0 0anlice psigeg,S 10 cdel DNA 5 5 15 0529 St o YU slacdale (o pgas 4 5 pdisiow 0 RNA

Sl

Loy lssl aslsn U asl axals ydyclanl sl DNA JsSse sl wiss DNA oS 5 slls by a5l (sl
9= Sl GLaSy s S el 0 50 45 (G978 4 2Bk LA 1) (Bog 235 QU ez 5 955 0 | glie
Lo a5 0005 olgiiog DNA JsSIse sl 6 s lo X axd!l 3,a5 lalllas bl VABY Jlo )0 <SS 5 cymls
Sy oS sl o0 w3l suTsilSs 0,0m5 ¥ 5 DNA JsSge a5 wio S slgiin bogyl as o Jols |, DNA sluS5:s
J525 o jglome slaaid 4 g o 01 9 V' slacn S G Fl609hnd Sladign 5l 0z po Sl sl (bgo g )le
a5 059 il Gl (s Sladiny wad
Smocih o JUS 5o 1y 0525 ¥ wilaid S 518 g le 5 50 50
endoplasmic yomo gz 0 DNA o2 ;0 a0l asils &5
retieulum 8" asll o cel colad gl Slans - a8 Lol

Chromatin

Rough v' U")j f"-“ v' AJL'L' P29 a3 J?S‘l% a' U"}S [""l

endoplasmic |
Syl o
reticulum )19 09T

Nuclear Mitochondrion Golgi complex|
envelope

Cytoplasm

Ribosomes

Nucleolus

Lysosome

Nucleus
Centriole Gl Jobo SOl owain Goles Y- IS

1. Peroxisomes



| YV | Cily9 S9N 90 g (g el

3-hydoxyl

5-phosphate Deoxyribose OH

A 3-hydoxyl B
DNA glass j50 g ,lo Y- JS&
«lawd = P) DNA as; 90 o )b glooisidSss ud ca g Slawd - a8 Lol joe= A

90 gyl inled =B (ool = A 5 s w=C (ils §=C ,ils § =G o pes =T
DNA lazs,

chdl s Oyl an ogle B Koo as, ¥oaibl gg,am, atd, S 510" galbl DNA glass ) g0 gl 4o
DNA J5-SJ5a sl plodz 295 g0 435 (gl (s3l50) ' Pl o ol @ 45 5 ls K08, il 5 5
Codzr (A5 sl e oS5 5l Cadz Koo Al )0 ey S L s 43, G0 Gays S Se e (ol
D9 e S e Ly e (ol 5,500 4 50 (g b e iy Sy o Gl sl oSl ad
Shy msge bolyer S0 )55 (9l VAPY Lo o (VY JS2)o5le o 1) JoSie slaaid lajly ol 2 cnl pliy
(O Jad) wio S cdbyo |y shelp s b (Sbn by ople bwly Geen 5o

Silwailon

A el 0 o Gl |y iy el 4 e S5 (S5 ledllol Jlisil (S5sSr DNA (gjluniilen a3
ad, piw DNA €d) ;0 5435 &g o ks DNA 51 Lawgs DNA (gl 4l 55 zeuylo 48, 50 ol las
DNA zo,le 4y 59 998 oo wrge a3 (ol 45 020 o plil lajl iy LoSo alasly slis 1 1, 545 oS DNA
(555 M 183t o o oo 45 o 30 ol 1o iph ilansie ey adyl lly J5Slso b o 555
S50 JoSge o5l Al S LS aScnl Judo 09 d oo Jie (65255 ok p2 ) i (g 5 00D 03 g Lads
Dgd oe oilys | bilisdays Masl 5l axles anl s cpl odd jiiw wax

JBx 5 098 o0 plonil ¢ (g5lwasilon glalave o 4y gouaie bl& jo 5l edy DNA 151 o Slee lawgi DNA (g5luasben
o 5 ¥ a0 g 3 DNA L (T 4, 90 50 098 (oo oSt ol (5] 2515 93 JK8 Y Jlislos o (5l wiilen

1. Antiparallel
2. DNA Helicase
3. Semicon sevative



P90 Jod W

sloaabd) SLalid &0 @ (g 413)) 5os 4 350 n i dongy 218 Ko (b ( gyt 425)) a3, S 092
(AY-Y JS5) 058 o e 50055 4 5K DNA 0351 52, 5l Slabad pl a5 09 o 520 ((ST3ST

3
, 2 8 Lagging
5 r strand . .
' 3' .
3 Leading
\ 5 strand <-_>
! :
3
, 3
' 5 - - - ->
5 ./3 2 N =
5 — ” Nl N
3 \ N A
5
| i |
3: « - - *»
] 3
1, ,...1-3' 5 /.
5 —r35 (d:
5 N/
3
3 \
g‘ New Oid
1A B slrands strands

5 PRl oKl 0 DNA gjluasles by jlogel (A DNA (gjluoslen Y-V IS
gy A Aol Fiw g 9500 Alwgy 4ld) Ol i saaasglas sileasles JBax
bl dos 555 5 oSl 4y bogy o ailfuiz Ll B K05, 4 (STT Slabsd sy 5

DNA ;losslon

Cl L I8 ol oyl JoSiis g 3950 i Sz 99 50 iloasilen s LlE 5IDNA (g5lossiles
Ao L5 Yo g uls abold oo 5l 5b ohS Yoo 500 sgum jolxe (gjlwailon slalice (B Y- JS2) and e (5 jluaiilon
#DNA gluailer Jolw a s> S al> o 0000 o0 JSis | (gilwasilen slaasly b leadss ojluaslon law
DNA 5 a5 bj jsbme giluasilen glaasly (V Jad) oo oo 7, Sglaie slagyle; ;o 9,800 5luasilen slaasly
Dedse JSi OS5 oS (50 Jo¥ge 55 5 0al fate w2 4 950 (5,1 At

9590955 Hbdlw

99 gpple S b8l pojgeg)S o tenl Zawyol ond WSS 0 hie ALS; 90 g sle SOl pgigeg)S e ASLl g
IS s 551 S el (o] & sl Jskoo 5o acd ,0 DNA e ol 5 odle el yisaye o DNA axs,
So aegezme S Jobo tdndo 3 191 Job fe paiz 098 5 el SS 4 4z Ly lapgises S 5 35790 DNA
5 S0 Em Sl ade e (pair Jold pgises S KA 4 DNA (gomains sl jio e v ) 505 oLl pgjs0s,S
OF e Slodlily ool o angil 59,05 e DNA aiii) 90 g )bo adsl (59,95 g odle .l DNA  Suls
45 ol Silag S Slayed ©)50 41 2535805 (T9,95 Gy 3l Aie g 5T po3tlSs T 4 4T 48T S (58
e yhomy So loce 4§ o)_:f‘_,’_n S gl TN SO W P (cdSul) scaffold 89y by 6[@&;)9]
3PS giskas Joce (S Sl cnl (F-F JS2) asb ooalice b5 (5,55 09y Soo b o5 a3 oo o251, (cag3909,5
g o0 ol pgieeg S LiSle

1. Leading strand

2. Lagging strand

3. Okazaki Fragments
4. Replication bubbles
5- Soleneid



J ol i g B g 3909 o5

L

ORI JPELI RUE ST FUCTISUL VRSP SIPIN ISTRCIN 3§ WC Sl WU R H5 LS B IU I JUM W g | PN
Dy iy So S Jgeme sba & 5 o] &
"y L

Sl b as ed)S S50 (055w, 25 b (JsSse mhaw 1o by 6581 S Glsie 4 Gli e |, DNA
Lopgigag,S wole Jlaw v ;5 5 00l (soisdins Wpgieey,S JS& 4 DNA LSS (oo ool )3 mundlS )| S Lad> 5 JSiaS
L ok oo (b 3 Olaos 1) Lopgiomeg,S DNA OIS 1 ailonts LSi8 ouzmn oo 4 0ty (sloo o2
o3lg 3l pers—sg,S delS 09 ce 0y s KU plarl b aiile & lo sl S5 4y a5 0,5 saslive (5,55 29y Ko
Jusil Jaleg K0 s ey s S 5l plad Jalge Lapgiges,S ol o 4135 () Tog 5 (5)) Loy 5 e
ol 8 1) labwy Sotee (b (Seiloga Jobo monndl )3 lapgjgeg)S )18, sl (oo ;500 i & (s I (S Mol
2l 5 (b lapl )l bt jebody aiS i ) 995 (S5 oole JolS dsgeme (65350 Jobu p0 45 WS (o0
A2l aly slagys 5lo8 an pammio 8,d4is dcgame S0 Jobd L5 djluoe ;3B 1) (Al Sedt g ol 2 oo
S oo Jeteed |y 4355 Sy Lade g Jreadss oS axtes (labiwy adllleos & 50 4 lapgjses S

Obosl Jobow 2 a5 0l oo jgas olitd] 41200 ams 5l JB B ol (o0 (Joho ol 9 Lapg 0, aslllae Sijgiom
@b rin JLss & el Gl Sz 008 st i i )3 39290 X pg39eg,S Sl 5 310 pgj509,5 FA
s S 45 0Lt B il dnnngi ] apsggns,S axlllaa sl (s olatel b5 (slacKuiss 1408 Lo
3 X slapgioes,S Slass & x5 9 Y pojgeg,S jpa> 4 (b Sde 5 (V Jad) il e sae ¥7 (Sl slapgjaes S
Sy )3 g9 Hsbas Wl oe Lapg e ;S )LSle g slass I ol lrial a5 Wl azgie iz es SIS (Swy Jobo o
I L GeS Lils 4 col aidS ans O (b (SaST glocd iy by Y-V Jgaz i obl sl b gad g
08 g0 anlh (Gludl St

1. Virginia wolf
2. Chroma
3. Soma



pow Jud ?m

Pl reg;909,5

$399590

g Wloads a3l DNA (slafigS p g 51 a5 oz 00lall 398 acgamme o Jol Lapgjons S 095mg S 25 grlaw 5o
(Y M)ML@&JA‘&MM‘U&\.&?#&)ngwcéﬁmg&d&9)5..44.0

(V=) JS2) Wgd oo 03 Jlgo pls 5 plaial Lo (55999290 & j50 2 Wapgioeg S (9 ,SUl ogSims Se b
Job 53 Lapgissg S il e (plwlits BB (ooliil S2 a1 poi9eg,S 12 5 0ol i DNA Ly (Sl joboay
939y ol il slaps ;Sos g Wls 1) (Fop8d pSlue o8 Gloj s witen ssalie BB o93ar Jshe mods
50 a8 el g plst laaileg S L aileg S pls @ (LS a0 50 6llo pojses,S o al> e cal )0 igd sl
asl (T8 55 (5,015 slaasiles,S ul (F Jad) wilise 9575 4 (Jsbo a5 2 (50) S alje 15 DNA (5luniilon

P Jslos oo )0 Wapgi909,S 5 > Jotus Ll o5 00ls LS5 1) o jag il (551,55 DNA jLoliS o iz
Laiz 5 poj9e9)5 Slaleil (0,5 poe g e 50 Sl G ool 005 18 pg5ee9,S 93k yo Sl o yagli Ngd
ot s ity gl S5 Lol Ll o 5 aslond Liis o &y LalS5 Jgb 4 1o josls ils by il copeles
ol |y ol ans, 0" albl slel Y)‘l).ajl:{ el 4 cou il DNA gjluasilen b .aiiws TTAGGG 55 5 (soaais
Jl plsin T 5 a8 sy (Sl Jsbo S b 09 (o 3olisS (slonis; Sy JS0 & g0 (ol o 0 45 S (e
1S el Jshoo ol sy ATl (i S 0 0550 (al )00 S 4 9y (i 5 95 sed el S50
o 45 Hyflic limitation « Jokw peds }b 00 — o Codgame 4 [oaiinns puadi 45 ;08 )L Fo B A0 51 o b Joles
b (oo 5lpegl Clad i ganlo pid Jobo (Voo Ly Js b ygegs 5l (phn o iz sa[liul g 098

Sl oot @8l 5550 )3 yagyiile ST.aisd oo oAl jogitle Coxdge (wluly (S035l58)50 Ll 5l Lapgjses S
il * S il Dl 0l aile ailate 5 pag il 515 TS yilg STl lel 51 5lulie pgegzes S
1) St A5 555 e o0al "o lgale 4 aitd 5ile Al plasd () S yilos ST (slopgspns,S ool Y- US5)

axsl o s09590) RNA lagss 51 6y, o caiz s g 9w o oSt Jobos ' 6308 2] ol il al o 40

Seigte 53 (b by) Sl ey ¥-) oo

&5 sl s byl and

an Lalodld pgje09,5 «(VADF) 0l pumss e FF 5g3504,5 olows

; Loolol (gl s lo 55, )A0e-)Fe
s (1859) 5 1(9:22) 5,50 2959935 5 &l el glo by,

Gblis jamis abuwy 4 13q14 pgj009)5 ;5 RB| (1 (s lo s

- LosS 253509, (ga,lg Vave
(VAVP) Logiwdbgins; 4 e oyl jler )8 00l Bl s0g)509,5

. Telomere

. Telomerase

. Meta centric

. Acrocentric
Sub metacentric
. Satellite

. Interphase

P SEVAF SN



| oY | J ok i g BP9 3909 5

6ol sl Jlw Cd ey and
ORAF) gl pykis gy e (sl (5308 iyl FISH
oI F & A (FISH) i glé slo yo s5ludS )0 1A
(VA7) pgis JS (s093909,5 5Ll (sl (heb ulige )5
O2AY) Sl 5o jg095 ;3 (sogi) ol pae (5)ls passs (CGH) awslis o555 (55l 90 V440
s -OMb i > Lﬁ.adl .LSL:".’L“‘ dLB: ‘T LT
) et I~ s EUTSEN Array CGH Yooo

(Yoof) ad o5 mlolids a4 e a5 #CHARGE pjuis b o) Lo

Lo, Lmiali G ged 5ty (Sulocdie R iy 65571 A o i H o atir slagssls €©) CHARGE s anls
(53 5 (555 Gl il B o ks 5 ()]0
Suaai b
5 o9l SaBae (Job fall an elulyy ils Sglds pa b (IS Jsbo 5 a9 r8le Cunadse Ll 5l 05000 (slapgjges S
ool Bl b s s jite slapsises ) 25T (anets a0l S adsl Jbliin doojfsale jpa pas b j52
E=16-18 D=13-15 C=6-12,X 3 B=4,5 A=1-3) s35.5 s oaccis G L5 A (slinog, 5 4y IS (555J55 90 ool
(G=21-22,Y F=19-20
2 XX (i pyjmg)S 0yiin iz V5 agioil gl i VY 45 0 pg300,8 ¥ (oansle oo s lagsLudl 5
il o sl o XY 5 o)L
S= s (Slegs sla gl 45 095 g0 iS558 o0 2L )3 g 51 (S 5l acidz (nl 51 SG o 5l pae SO
0959295 YV (5aSshls acgomme G (prnl 5 Sos) Lacaals' o5 (b )5 dies (s09)909,5 F7 (saudslns acgans
355 asts (F Jab) “pgions,S (sl b pien 05 on wiSlid Salpan lyie 4 pyiges,S iz Ko slacl .l
ol ot S5 ol iz il a5l o | p3500,5 257 slacs lral alulid g o3l (slapsan,S
23 052y Lol SA Y an g ojln s |y lapgises S aS il (oo (St Slacnsn s DNA G| (oS 5 (uiley S
oy S5, Loagrilag S 9in oSe g wls (JUib ol oS Sl (palayy ol 5 35800 ) (pdg) S8 @ (leg S
ot 5L b odind ol e 6,55 DNA 5l bires 15,5

Goasleg S g 1 oy il camoylis Sl slopsigeg,S g xSUl B1,55 S ¥-) S

1. Autosomes
2. Chromosome banding



pow Jad ?m

Chromatids

Satellites
——Short arm—

Centromere

—Long arm —

Telomere

Metacentric Submetacentric Acrocentric}

Sl oS 78lbin 4y oy yilos Cuadse (bl 5 (59058550 Ll Sl lapgieag S ¥-Y 54
g s (G S il ST 5 S il

Male gametes
X Y
gl x XX | Xy
g
S
X
©
5| x XX XY
w

Sige s Sin ClS oz slopsipns S St 5 siasclis Sl e Y-Y JS

o (SBRg3909,5

o X poioag)S IS Copai s 50 (ootpe G5 | Wy pme iz (Slapgiges)S Dlyie 4 Y 9 X slapgigey S
e 0 9 Dl 5l (phn 3 pgigeg)S (nl b pasdie oS (loj b Bgyme pl cnl a4 B Shes (09 il o
39 5 75 Stz o3 (LA (X) pojeeg,S So s Slpto (nl 130005 3525 (503 50 5 )08 3525 Laculs
ez £35S ¥ S de o g Sige o Olliliay T Ll ;5 all (o0 03le Camiz oind (L5 (XX) pg39e9,S
e 3 Skee b 05 (oS olaas Ladd g Cel X pg3909,S 5l 58z 95 (LS Y pgiees,S (Sde ;0 XY 5 Sige j0 XX) i)l
695 7505 SLapy (¢ Joad) ol jspin SRY @ a5 el ady 00 s Jsle gyl 0 59000 45 0 oo o |,
it ool ld 5595yl Lad 13 Y 95909,

£939295 b X p35909, ol pral p0 Sde 3845 Jo )3 wiS (e Joo 1) X pgjaeg)S o S5 p0 Sige )3 50
3525 Y peisassS Sl b s X pgipessS (ssl ol b s S i sl Gy Giles L a5 Lol el Y
Sae olasg,d olasy o5z Jlade 4 clbe jo (Y=Y S) cwl ol Lo 85 ige 5 ,Sde gl Kol slaws ol by o)l
el ald eV Ll i Cd (JLaS 5 5 (55 b az ST el i cdge ololis 5l e st

(P Jead) 05 0 (omy B Sl iz b S



P ile Juod

PR ) )Y W= R -] W
Solow g5 9L b

L

bl S0 Sl @ pais 9 )5 A egdle (Sifgise) (S5SS Sl solmal o L b e o lelid
Yoo 5l s I Sye ool 0l Lo 5 S n ol 1, ey il (slaalilas sl g0 b 55l (ssS5
sl o0 23 oy eigid

e 3 e LSl ity catils loandin obol sl gl slam b b1 5o oad slolid slagy cyelsl
S aiE gz |y 2le) el VAAe sans [S DNA (oS s (o9, ©d -y il S5 bag] (G5 Jyame Iy
ol By 5 Sy lolis SIS SaiplS i e S Kl ol s (50 stims & 5 S nld S
5 bl 3550 50 adsl slacaibse gzss o jsba ail e 30 Slas 5l LE (IS 655 52 9y iiadse
03 3 St 5 yed Lt 51 005,38 008 e a5 5 (4Bl g g (e B9y 9) | adyamd
O3S 8T 3550 30 |y sae Slagr a3l b (sa53909,5 Lo il 4 Mive (liloy lél og; Logidligins
S (oo wal B (lo b la e ()5 Sy (s093909,5 It (Al

oelad asle 8 a0 gl Vo ya 30 S ile SO o ,d b oD g )Sow 5l (0555 00,8 dcgoome S 1290 ans jo
i A e o) S5 25w Slallle 5 igds o255 (PCR) 1yl sl ni; 5Ty b aslyign 5 Lo Yo
(SNP) "(05521S 55 S5 b y3m sy sloail i b T DNA (slaasly T30, b (g, ol inled o [ (950 03 O30
O GleS e (g wxiws (Informative)osas bl 50S locyMiuwg ,So 45 S SNPS ax 51 .l oads 351>
ool 53 00 08T SNP (y5elie S (sl )l 90 4 2oty iz 5 0,8 Ghled |y lag] 5095 o550

Dbl ge (o 5O gl

1. Positional cloning

2. Distrophin

3. DNA micro arrays

4. Single nucleotide polymorphism chips



[ A‘\ﬁ Salow S5 Bl b 35T SYWis | e Ll

leps (F-) JS2) 350 050l 0 (ebaled o] )lo slap) (lulid sla by samn S it el e
S Sl 'Sk 55 S S50 4 4z Shalsen Gkl b ilen Sl slaJas b 5l ol (Sae 35l
4S 0j9,al g Slgpiinn « 50 sladisS o YJ,J,S)l 05 AL (ls 0925 (J5 iz sbeeslgls o5 L Jls
iy Sledbl Lol Sl 10 5> g v G,k 5l g)lem oy 8L (el ool oS Ll pess (gi s
ol S (insilico Jio)
05 (e Jlox g i) a3t Mg e 050l 45 Cesline poy s Gnd 65108 50 B slocd i
Fler glon) glulid @ly (Sae sla)Sal, p555 5 JIg5 et (5 5 (00l a2l slagy) S0 goaisS
A ld a0 sl 00,5 ol 3 1) M 9,8 (paiz L (Loslgls L) oolgls G jo g malins ololid 3,
SeiesS jored 0 Slp 97 9 Sz Jle 1) dloniz 0,90 Syl G S iz ok ilen slag) bt Sl
39 oo—os SLedbl laol il jo il pos g 03,0l g ol adly 1ol 55, iz b aas sz 4 (VA o

dlbgs o s
Ol 85l (S5 e I S (Ll

Gl e wiad olebid iy Jgame U @b 5l Gladl (g)lem o) Hdsl oS8y AT AL anwg 3l J3
Dy 350 )l S lerdign bl b lags lials

&3 ,5os Sidgls

s 6y 3 ailior 05 o s n Jyame Guils b 5l pludl g)lem o) o lulid 68 Slos Siisls
(cDNA) 5o DNA laalbulis 6,5 by ¢l sasstlS 53550l lacg n ol oo «omiign o glaimalanl
Sl S 6,5 JL g sl b ailios oo n o lp @bl oy 03l oy, o (F Jad) oL
29, ,8 4 cDNA

o o 5l odlaiw!

5o el Sy a M ol 59 sla Sy b a5 (ige e Joe sl S5 50 (o398 sla Sy (elelid
S oS e ool,8 1) Gl )5 Jgte (5 @ Sl @lolid Gl Joe o1 5o 1) (5 Sadals el acand aline
2 Jad) f“j)-f-b)‘s Py Olyie Cod olgidl g ol Yooy, ()l lial Jstue () (LS ALE by, onl 5l Jle
oS g pg3309,5 3l 6lamb b (e b b 5sl5an ¥ paigag,S 5l 4l cul il Y pgises,S ail 93k (55,
GousS 05 aS) hee PaxX3 5 caSani aes s lis sl Splatch ol 4y ige slailo S, el gz o sl
ol lm S 030l 05 S e 1) 05 ol (ol (2385 Jlo 53 (o s 53 003 Sl (o (sl 55T
15 oeMo 3ims) acapsgidle obulys aiili oo SlIoeSs, (oo s loeinl a5 Sgy o sl S oo Sl (s lxial
O3 lsme an 1) BT Pax3 Sludl Sodgan o3 50 b g lolid ol a5 Lice ! suae doi 5l (Wad o0 &, bao)]

255 30l S s )ly pyis (sl Joreme

. Paralogous

. Ortologous

. Exome

. Waardenburg syndrome

. Synteny

. Positional candidate gene
. Melanocytes

. Neural Crest

01NN BN -



Filex Jad o

Table 4.1 Historical Strategies for Disease

Gene |dentification

Year Strategy Examples of Application
1985 Patients with DMD mutations causing
chromosome Duchenne muscular
abnormalities dystrophy
1989 Linkage mapping CFTR mutations causing
cystic fibrosis
1990s  Autozygosity Many recessive disease
mapping genes identified in
consanguineous pedigrees
1992  Animal models PAX3 mutations causing
Waardenburg syndrome
1999 RAPID cloning of CTG repeat expansion
trinucleotide causing spinocerebellar
repeat expansion ataxia type 8
2010 Exome sequencing DHOD mutations causing

Miller syndrome
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1. Hantington
2. Spinocerebellar ataxia
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