


e (b

il 05 oy ol ololl g S
skt ol Wl il i), Ul Lo el 2300

ol Nl S

M) / / /u‘ / " p
(”/”,/udua/"u’fd‘/t//f/u/@/bz%/w{‘
X 0/ ” / ” 0/ 7
.‘;f’/,v‘/,//.‘.‘a/hdféu///f;U&//df/ﬂ/‘u’&fH/b/u:{'

M i S y

w3 el % G 42 anle
9 )g.'JSS | OT ).'.‘JU 9 Py n.ﬂ.l;.a Lde“’ O a.;):n.ub L'Lol’ .,:L:S O%‘ R Sawgd
5 bt (SolEnd ( I né )15 eaijslunny jloslat oy JISB o 4 T i 8
5 @olazel o gloy wge canyol oo ol Azt canl K0 s 5l selye s

03,5 g0 plailaij ;b 5 953 sl @Iluli Lanme 5 (S5 55 )leTL slonel g 595 9 aral>



P Y E G R VALY
S\

Anahid Gosl‘.ar Khalili

Cilllgw il

¢l 2T aoliswl U alpom »
k. «lg—dil j 901 [ggia 19 »

(Ph.D) |pa1a55 1645053 9 2uii) | |awlisiiy LS glovaiiii) ajsg
Cuibilagy C)1j9 |oiluil CSuiij

Y
poSl3 58 1o S8 o 5yt (39 s T oOUM 4

306w 5T 5 g (ilie
95 i B S8 o (oo Lo g g 388« (o yow (39 g piS'S



SAVED ¢y e ol s

5 9] ol S glaai sy o3y (o, Anlidenly 5 (odi3s0] (s5idug b ol o) St W lgus SGL AGK :
tp08l50 100 |yiee 150 o6 ST s T emmads 35 a5 | Cuilags &)lss Sl S5 PhD) canss g S
L0520 5] o s s Q59515 5 (il

R 3 S WESRCON SRWAH R NS

Dl3ged (Jouz ygan . 2P OF :

978-622-4907-16-5 :

(s S o zlatis Lisg) el e ot Q5555105 5 (e

(o) gy o3 5 laiygas] = Sy = Jladl S5

Human genetics -- Genetics -- Examinations, questions, etc (Higher)

lysesl == Gl —— (oSS OMeams sloo 9o ya03l — e u)lae 5 boolKisls

Universities and colleges -- Graduate Record Examination -- Iran -- Examinations

SAYOR e pailg e

YEY o] S 15,51

Iran . Ministry of Health and Medical Education | Sy (5j50] 5 oyleyd cudilage &)l35 . oyl 0l :
RB\YOO :

AT

AYATALY :

_—

N ST NN e R

9ty el g ploie

5 Slasita
$olb claxins

Sblosl

Eyose

03438l awlids

03438l awlids

03953l awlils

0,55 (g0,

SRS S0,

(ke (o liialiS o lo

(3907 Sgitg 9 ot i doliduuly b of yod) S 3 ¥ gu i AGK 1S o0

e 0 e 53 (5 S) T deseadin 33 10

@Jﬁ:@}fﬁa.ﬁdw: Lasgy =S5 . ol g gy =55 :&Lf.ﬁ,;i;;;;nﬁ}a

PR SR e
VEr L Jgl ol dle 5 o
Ve 08 s
Olgr  PBlwe . by 1ol
sly i B8 ad
Sl sl p ol (B BU L J8 Ui g pie
03,1 o iR 5 S e
Slegi Nov e elg
VT ol 5 5 /el 5 g0

dol aib . ol ol petme - Ol )l SSb i L MBI Ols (0 B g g 150 S

+Q\Y00AOAQ Zufé}fé A

Tan

AN 55 58 e

M agkpublisher@gmail.com W www.agkins.com

‘6 ;')"



oS ol Lads 390

Stls 09 e ol & (IR ) Bt @l (soils (T (Sl (eralie pians WL 9SS 42 51
285 ool pligzmils blas 5 s ;0 1) o 58 lgissd I

35 (S Y0 3 o Jlw VE S Giliss aolio 1o (o 18 s 3) S35 map8 Jlos Yo ko b o
s s al w50l s |y pos3 o5y (Lels 55 (590l 095 Cusas

Ol 38,5 ()3 9 010 03 (e g S (8 05 S 1) Ll y05 ol Sliiel Sloj 2 5l e 590l
gy (po Sl (o5 4 03,5 Con i bl (nl (b & (gl

0% Jte el 5 o5 ez g 8 o] eds g Jo JWs 0 el Wiy oy jl oS (Vg 85T
Jbo 202 ool 05 Gpe S5 51 ) pog3 S50 ddnen 5 3,5 (RIS 5 3,5 0D s (0l 53 (0
3o wstliseelpo Ly i s opdle o5 erdlo god o8 Lol il (ol g0 (5555 5 0l (li S )5S
el 00,5 sl lails 500 S50 53 (00 Sl (295 w08 S poEx (Bee gy S Cpl Bl Lo Jlo
SidPSS L5 a8 S ity 9 (St ol e ol o S8yt a5 Cdlis Lt h 0y p 5l (S0 S
2,5 walyt Jlie |y wil baype ji0 4 a5 Sz 0 5 (oolidanslr iidd 5 3gi> wlatdl

235 o0 Ftd JB g 5laj (Joge (sla s Bo)b 5l Gladl Sl (0 (aslag e S

w9 S3PPled (Sl (Shy sladid; Syt

S50 Sl 4t ol asilul g 09wl (JSlge a0 (opata S5 S5 pene 3l n L (Ko
Wy S 093 S

D90 53 OB s (et 3l oz 45 2l (cale )5 4 0Se S S oztdlo Lo 4 e alpl
Ols algs Lo 4y (S 3l Ree md i S0

Jeol 5 ol e S5 6550 5 ) (slaggasl slaens asgazma I QLS 1 elS Lo (g9 Gty LS
ol 3ok sbegise less ol (b asin oo sl 59, 45 olul o0 Sl (o 313151 (6 5k ra
Jds a0 g asog el o (hjgel (sl aS 0g Shgmiils 093 eage p Sles; 5l (6 ko oS |, OLS
(pog gl 5148 e 32) Wil was (gloas g aid, gloas Ll 2 50 LS S8 oty Cangs w@ddle
DoiS Lagewl g Laceus g5laes LS amaz ol 8l 5 o Bis  cewad SVlgws 51 (6 )lows o Ol o
ol 5 095 paad glaisu 9y p alel (rizeen

S o g N g

5SS (sdites ez S o Ble S slasSll sl bad al s gz (Sl O Gt Sl 0
5l Loyl b ools eie lymtils Yaons a5 sl 008y SKaiignsl

ol ) g o Gialyg SYlg 51l d0zme (b 00ld 00ty 4y ] ale by Bl 45 o Byax Ll o

23,5 ol



g 2oy 4 bl o slaalng

an3F SOl G b il Caw o an S L og bale Jlgw b gy 2509 15508 095 Lalé o5 SYlgw S
Al oo

o] el Cdg g ol o b aS auals oS s o opils o ol 4 5Ls a5 caggde O¥lges (S 00,5 oamlive
(o9 u.b/S&dS;ﬂLmQT) polsly

29,5 Glyg a8 asil pwlio Jo oy (Jg acils cawjo aldS c¥lgns Sy pioren

o235 1) Olaebl Gl (g oaile plecy L i 5l a5 il 215 352y WS j52 Cansl (S @ild g0 rimen
) o sl 00 03,91 QLS ol 40 conits piiiie il j0 LS e yo lislesg b g Jo ol a5 bl Y lga
23,5 Cglare byl (55, 1) 095 35 505 canld Juad ploS 4 bogspe 5 s 500 S Land pindld o 45 ol
e 5 5 550 5 il & e 5 o 310l 550 42 5 ol lS plas L, 455he LS S o
Sloais o S gt 0 (020,5 Jo Sl opl 0 b aS Vg 5l S pitedne g 035 00 ol )] 5wl
Sy Josb s 00 45 1S S5 (a8 Cungo 5 fSam sy S 5SS BT iz 51 el 4o 0l s
o=l s b Jlo gl 5l am aianiS G jaaz a4 Cawd poly g wsls IS 5, LS (Lol gzl g winglS
Wdgr Lo LS aS 09y (gl Bl lo 08 Wl Jg 0,5 s (olaces oo £o sl iy QLS

g ,5id o dls calal sty A s ddiad a5 LIS sesl 158 pgasas 5 LS S aall ol Lal )l
S o0 (S19,08

525 smdy @B ol e el g Sl o ime Sy e By L BT Gl Gllimle Sl stas (nizan

mleise Caldse 595,] ju5e somiils Lt sl 3T 0

&rST )l 55



el Cu 4

A0 Olgas

Sy o b g Sy azes i gl Juad

" 7l elizsly
() <dlyg JoSdgn 9 ok olol 1pg0 Juad

\Y Y g

v (PR aslisely
Jskes o g Wapg;909,S ipgus Juad
s lon ooy lolid Gayb 5l ($55 glags lons Jolo el 5 (JsSge Sif o oz Juad

Ny N

VY TP aslisew L:
DNA (5,108 sy Joad

Y22 SYlge

Y 7o S delienly
iy g ot fuad

YA) et sy

YoV Y g
s Gl aiia fuad

Yy g

Yy¥ 7o S delienly
OS5 S e Juad

YYA Vg

Yo Tl elizsly
shleaiz 5 5oz @ld sloslon S35 spm0 Juad

Y50 Y g

FVY S aslisealy
255 s lons 6,8 pad3ly Juad

YAe uyl}w

YA 5 ezl




el Cus 4

Ax&0 olgss

ShsmslSson 5 (mslSgon ipa3jlys Juad

FAY Y g

YA# P dalisenly
o) S35 o2 Juad

Y9 s_ﬂ”}w

¥t oS aelily
ol S s g Jond

fYy Y lgus

A PR aslisly
S5 o lonr Gloyd 5 j97es 8 (S « StijeSlo b spaoly Juad

FAA Y g

a0 7o s dalisenly
&30k slos ol paojily Lad

doY Ylgu

24 e iy
2939095 S lnial panin Jab

T4 Y g
padgslin 5005 0l slallas oo  Juad

Y g

avy o ptS asliseuly
3 s bl ems5g Juad

FoV ﬂ;...; ML..?L..:L
&5 S len 85 5l Gy RSl sty Juad

YY Y lges
S5 0y9lden 1050 9 Camnery Jud

sYe <Yl

£F0 s aalisly



Y gu Juad

Sy g ol il g S § a6 \

fadly g0 garmo (S5 (5 lews S (Incidence) 5,0 o (Prevalence) goud 5,90 ;0 435 plaS
(AY Jlws (il (545§ (Ph.D) (a0 (5y35s)
g walys g alSm 53 o 59 Ol 5 S Ygeme g9t ()
g2 anls g5 plSan 4o ol liee 5| Sk Yoo £ond (¥
wslice ol o0 b Ygons 530 5 £9d (¥
D)8 ugSae alaly 595 b gonds (F
5 ol Jlo 55 iy ysbods a5 Cunl 035 4 (5 ST S lacs e sl (S std 55 Olasedsls 5l Splas

(AV s (,3lmd) (SyT55) Sl JuoSS
Victor Mc Kusick (¥ Maclyn Mc Carty ()
Rosalind Franklin (f William Bateson (Y
(AV o ¢3! ) 05 g0 Gho (St Slocslont 0590 50 15 sloaiy 3T 5 Spplas

ol 5505 g5 o o T (Incidence) 5o, e 5l Joore jsbas (S5 (5 ke o (Prevalence) gg.is ()
i (500550l las lual les a8ly yo o Il slas bl (¥

0,18 3925 (5093909, (5 Lol SO (g5l b Tt ole dw j3 0ad osls e slakadu ples wo 0 OB o (Y
WS (o Sor 50938 e 69T Sl enims oas (LA 1) 393 ceTd 4 (S Ve (o 5l S (S sl sl (F
(A Jw (3} S5 b)) (wlid)(5) fol esmo (5805 50k slas lxiali 850 10 & jle plaS
Bgen Cgaie 303l (AL ] (S5 lags el asa ()

Al 0z ge Woi pllie 4y (g e b Cumdg SO a5 Gl pogie ol 4y (505,00 (V

g oe gaine 531) 0k Glel p b BLI I )0 (S slagslnial aes (F

ilise oIk pliss else 4 bgrye 5 035 (F)le 53030k slags,lmal 251 (F

Olao Jlas! Jole DNA Sl de; jo 1y oad ol (g aFaonss oyl ) (s 5| Splas
(9P-QW Jlw ¢,Sibjy 45§ (Ph.D) (101043 (5)3Ss) Sals asljl 1, adly se (Transforming Material)
Watson and Crick (¥ Avery, Mac Leod, Mac Carty (\

Hershey and Chase (f Griffith (¢



24 5 il Job

Sy g ol il g S § a6 \

«» ays

Sty Ll oo cd¥o waps e 7, vmir sloacaa sy L Lag layn a5 Sl Ly &5 5 (incidence) g,
SO 9 00,5 0 Moo polB (g )lam 4 Lasin o) o 0 a5 Cail ol Cosex | e (prevalence)
el 568 Wy ooy 5o T 39 5l Ygmme (S5 (s lows

«Y» 4y s

== (Victor Mckusick) g Seo 155505 SeawdlS a2 0 50 cloads anslils ST a5 35 SO glacasaid
039 o3, L Hlews (Kb Sy plaaste glp 4o cpaiz a5 (VA (waojlgs culng) bl jo Jaie &)lgs
iloads Cow pd e

«» ays

Saled axzle ) Jlg oy &

«T» a3

30 aSepl b g anil goly,0le aily co S5y slacs Lo Wgi adgn 10 (5 ke b Cio S oamline Jxy (5015,0b
s las |y 093 5V (slagrm

«» ayF

goole plaeay |, DNA s 5 o JLS S3pa 53, 5 o8 solSii o) o 'y IS Ko (elSe Avery
«Y» 4y S

ool glsean ) DNA wass S oo )L SS5050 (55, 5 85 olfn 09) S lsS 9 (5)1 S (lSe Avery
«A» S

sl 03,5 o (555 Ligyl o L Jlo Fooooe bi¥oooo o Jl,ulss ol

G s 900, 5 &yl Ly 81 51 LS Jlo fyeukie <SG sgam ,0 a5 wiog Heerectus | slasl, JolSs 4365 Loy
A b hke bg,l 4 (Homosapiens) ¢y jae bl (yod 3l b L8 Jlo Do o oo sgam 10 iy 31 5l 79,5 (5,95



) { P Jad

(e2) 39 9590 3 ok ol Y

PR S ) N [ p— Pl 4 oled S5 )0 9 A5yl0 0929 rrenrennn ;5 SnRNAS L glacs S48 slRNA
(AO Jlw yoxaid —¢Sibiwslsds g ¢ Siby) IETLYPDRE K EY J—
ERTSLURS SO PEST S

Loyl eads Glalng GRNA dacs, 155 (¥

Loyl o Dl dog JSg (F

laya35T cbayg il dacgs 1579 (F

(AO Jlw 390339 § ¢3lms] (3T55) T390l g0 y1j ylge;l SO plaS” g« Slipped Mispairing
X poygagsS oo Jld et (¥ @b 2 LSS b Jlg anng ()

ilwssler gy (F 93909, F)ls (F

(A0 dbw itws) am))  §33,5 0o Sl 0329 (559285 s JI ST (a2l S 58 5 slacsslow 51 S plos
Oles M s (¥ Sgigae (B9 s ()

D (eoling 4 polie puietl, (F Fos® o (¥

(AD s 019 § (30l ) Sa)ls Splio mayl S 05 S 4083 L 2 0,90 plaS
Epistasy (Y Pleiotropy (\

Lyonisation (f Alternative Splicing (¥

Sl cdlbs @l,ne RNA by g0 (adeine jobdy g RNA (5518 5 sae ;0 55 sl ele 51 S plas’
(A0 Jlw (3wl Gy

Ribozyme (Y RNA Pol (A
Cyrase (f Terminal transferase (Y
(A Il ¢l S455) el oo K Sg by 313 UTR 0,90 58 pj (sloan 38 51 s plas’

WS (03 S D (pmis; 5 ()

WS ad &S (g 5leasilen (o (Y

858 oo 1,8 oolazul 5,50 MRNA slesl 4y Cap ol adlsl sl (¥

835 o 1,8 eolaul 5,50 MRNA gLyl 4 Poly A allss yas adlal sl (F



24 5 il Job

(e2) <l yg I 90 g (I ghw ! Y

«» 4y

s oo Splicing Jas 5 o ys,al B3 s pi5sdens] JoS25 L G52 S5z sla sk 1o LasNRNA

«» ayF

23,5 055 50 b aw slo ), drwgl g0 ilg3 e slipped mispairing

«» ays

il oo abgy e 53 UTR aob 10 CTG b aw )|,S5 dnwgs | 5b Sigms 59y

«“@» S

ISP NC g E MR W ERPIVESNN iy NSEURE VR ISCIRS JPUISTI RE VS JCPUSSER Y1
05 St 3 e e S 5l s Sl 4 e st S5 slass 3l skt o (Alternative splicing)
i plie 3 a3 b 03 o

«T» a3

RNA looSge o 4 il axils Kbl codlad wilgi oo oo RNA a5 0 ools las 12Ae ans Lawlgl ;o
il plosl 4y algs co |y olondign (iiSTy £45 duw a5 aly 65 (RiboZyme) (v jeu ,

g ry > pe5 5o 9 LI, Log S slagyg pul (Self splicing) sos>asgs (Al

Pre - rRNA  55ls, ;0 RNaseP el Jiw gl WRNA Lo o ()

Pebse plxl (5090 pesom, S 92lyn; 23TRNA (galiwgas a5 (gosity slavisn i (1

«P» ayF

@ o5l 51 Jites el RNA Ly LA ol oril e cjeo] Y00 shls Yokl ;5 550,55y LMRNA S
ohlliay MRNA a_>b ol )5 gt o a8lal ¥ slgl a5 3FUTR sl 5 glaais jlyal AL ol
SVl o 0 SealS s Yo L Vo aS sl spmg SAUAAAT iy oppmedlisl (o colocs U Jlgs
3yl8 )13 il L oKl

«Y 5 V» sl ¥

el 3151 Slians 036 g S s MRNA 5" sloil b SadlS LS5 oy



Y gu Juad

Johw i g P g 3909 o5 Y

Scul plowil B (VL B0 L 05 slogoum 51 SoplaS il oo puacdlige 68 51 LA pg5909,5 a2ly (5
(AW s (3 325§ (Ph.D) (a3 5)i55)

(AD Iy 3lwi) Syii)

(AD Il 3w 54355)

(A0 Jluw (3w S4355)

(MO Il 3w 54355)

(A0 Jluw (3w Sy355)

Interphase FISH (¥ RT-PCR (
Flow cytometry (f Immunohistochemistry (v
3l ces e (Pseudo autosomal regions) 3lS" 93451 3blie

> Slapgigey S (ileg Sy i adlate ()

X poigeg,S Jlsd adlaze (¥

X pg3909)5 Jladpé adlaie (¥

o=z Sbpgises,S Sl skl o @8ly oxigh ui sbolia (F

foiwd juz > Sbla cui g i, t ace dle 5l SO 2 gt 4o
Inversion, Telomere, Acentric fragment ()

Isochromosome, Translocation, Acentric fragment (Y
Isochromosome, Translocation, Additional centromere (Y
Inversion, Telomere, Additional centromere (f

So5ls a5 13 8,lge 31 Syplas” o endomitosis slas,

bt g (¥ sk 2l O

bapgiges,S (o5led (ol i (F laasles S Sl pas (¥
V- PR S Y PVERUU- ] oo 39 pgieeg,S (ot o e poydiuw (sl o
e 3395l 3V Sere s Xyy (¥ 2% Figilesenl 33V e e XYy ()
Lo 3595l 5 e e X (F o 5l yl 30V Sore e XXy (¥

53 Sl &yl alol> azess BT 4 S 51 e IS 0 pog b j0 LS sz, & )90 40

£93929,5 932! 95 (¥ Gl pg3509,5 95 ()



24 5 il Job

Johw i g P g 3909 o5 Y

«W» S

Loaodd  cegj905,S  Sufgimw SIS 29545 Wilgs o Interphase FISH les | (Fiber — FISH) F- FISH
S aie |, (Ph)

«P» ayF

Sz 393 SzsS 5 S slagib bl o Gkl bwgi (b sbar Y5 X slapsgioes S pigile sl 5o
el ge D3 agi gl (g |y onighiiidar Dlakad WS oo b (S5 (oS 9 (P 0l ) 9 Ngdioe

«W» S

iilse p39e9,S 95l 9 il ag il gy askad ik i 5 4l gt ace WMo Syt )

«» ayF

Sl plad jo 000y ol ligiegail azs g 2 (Endopolyploidy) suusely Lgal o (Polyteny) 5 L
29 0Vl 9, slacdl ;50 5 (Sl 0ol slasbw dnn 10 (i slapgiges,S 45 s sk 0)ls 2k
g oe Sl ady 5)Y (glosg) sla ok

«O» a3

ol ol el a5 el 6,303 TT joue 40 o (olhia pac 3,5 047, XYY g 5 el a5 lbs Loe
20,85 oYY

«Y» 4y S

ol 00 Sl panlSo g0 JBla I cpae 48 s aseiio B pg3g09,5 95 uSKitd Ll

sl palams eoily JloaS's 0 samd 55 (6 @lsailog S L) o Sgdsase 5 pojsss S 553k Su Jols (¥
Sy i 51 Y eme pogiilis 93wtz e i tl e So e 293! Slapgises,S g nl il slapgises So D)
(IS0 00 & s L it 315580 1S Jsbo

«Y» 4y S

53 90 olzyl ams 5LLT s 51 Jolye 135 10 pagytile jo s slas; &0 50 awled anzlie & Jlg sl 4

Al se po)seg)S



o ow

Jud

S low Jols ol g (Jo g0 S
s skn Sboj b @b 1 G35 F

(A0 Jw gw)ss Cw)3 -gw9n0)
Ori V (f

(A0 Jw gw)xs Caw)3 -gu9)g)

(AO Jlw gw)ss Ca)3 —(u9)g)

(A0 Jw gw)ss Cw)3 -gw9ng)

(A0 Jw gw)xs Caw)3 -gu9)g)

8,00 oL 4z 4339 00 (pupnslog 5L ot (g3luasilon Lase

Ori S (¥ Ori C (¥ ARS (
Sl Lls 1 Collad oIS S5y MRNA s Poly A po
23S oo 8 ool 3,50 daz 5 £9,5 S ()

8950 S MRNA (o 56 cgz (¥

25 g0 5l 8 oolitunl 5550 @udlygians o (s Loy g (F
29550 ,84 MRNA gl g (F

)00 35279 5909 JIF L) 4 | Saplas

g o (6o s IT 50 Ly RNA g o5 Llacyj ach ()

Wgd oo 5, pasnd 11 5l L RNA lawg a5 Slagyy ads (¥

iloe 39758 grms 9ol S5y lawgs 45 2l and (F
€Cuusz Exon skipping L

HLmRNA o Exon S o adlsl ()

AL mRNA « intron G o adlsl (¥

e & (9351 93l (o3 (g e (¥

&L mRNA ;| Exon & i (F

Salhign o s Lapsss 1 SaplaS 3 (55 o sl

g 595 pois (¥ S5 ad pgi5 ()
G S se (F Sadlyg IS (¥

(A Jus (Sibiy 5453 (Ph.D) (1ai0a3 (5)353)

S witen gla sl soles sladsles
A (8L ohg sl sl (gl 5 ol oo il Les ()

loaile (Bb panass gl a5 aiws gladls L (V

5500,65 3 5105l 01551 5 YL e 5l 5 0040 Contact inhibition a3l (f



(o4 75 il Job

S low Jols ol g Jo g0 S
ssbon o) kb @b G35 F

«O» a8

55 L (ARS) i 095 (s3lusilen I 3250 ralog Sl yaio s jloasilen fase

«F 5 sbayS

Sl rgn Syl S S a Joe s 38lr 9z S, s MRNAJ bl 0 A L oo
ol 50 %03 Byl jl g anS e cbilis 37 lajlelS 4ig 35T e 511, ol 37 slel 5 oo mRNA 5 i
&9-bas S o Jee (Deadenylation dependent decapping) ¢yswdlils a5 iy (hgs pw Sools 4y pgsge
53,0 ap |y 5 gy DEPIP Logr o 005 Eetls p w3l eMRNASZ slesl A Ly po el jl G a5
S (o0 (5505 gl MRNA ez 3551 s 5

«V» ay;¥

)18 8929 (5 fgagn 4l Nigd oo (omgig) LI Shecly RNA Lawgi o5 playy 4 5o

«P» a8

dod 9 (il o> (Spliceosome) il cpiile vy ms il oSl Okl pas & g0 0
ol gyl aim b g (slls a8 (MNRNA) RNA i o5y 55 el (o0 o508 wiilen il sloolSl>
e ge 09> 45 53,5 (exon sKipping) g3 n 4 e 5 oxdfate wa 4 ol Ojgots il slaoll>
Sl g0 AL MRNA 51 49551 S i

«F» ay;¥

)30 sl 0T g 55 )3 (S om sl Iy

«Y» a8

g5 als s 5l s 5 axil e el day 5o 5liesli (sYL cdlad Lo (Stem Cells) sols slo Jslus
sl so e lzro Lol w95

«V» ay3F

99 se <l CDNA o JsSIse EST ailbuls



Y1 gu Juad

DNA 5,97 A

o503 oslitiul 15 oo (s p gy PS5 o 4 Sl Sl el 5 A 5 (S5 LAl W I A (et sl
(AW Jlw iasl-Gafolon slasgTys —¢ Sy s (Ph.D) (10043 (5)i5s) DS X oy g (oYU Ly ¢ fusgKiie glie
S5 sl gl 123k 5l T ogain w5388 g5l (als ot ()
HT o 35ilS 553 gk oot o S gzl 25 2Bl ¢l (¥
2l ¢yl o JT ogates 555 55Tl (el ot + 3,8 539l 251 (7
T pgaee aistlS gisSll egemslis s D ¢y iles (31,5 g3l 2l (F
Sl yj OYgame 3 S plas” g5 cpass 51 Juol> sl pgi 059, (Sledb! sl SSL 4o ESTSs
(AIE Jlw (ulidbeiay) (Ph.D) (ioini3 (5)35s)
okl s slacél sDifferntial Display —RT- PCR (A
Sglite glaolud] ogi5 s DNA (g5, » PCR (Y
olas! s Gilises slacils 51 cDNA ailblss (¥
Obedl o iz slacdly jf a9y GDNA ailslis” (¥

S 4 bl 51 pols pg3909,5 (1958 0 0519 (15 < (53b Ady bl (sl s S, 5l eolizwl by a5 28
(A0 Jbw 3buil 5355) YW I XV P o— S9)e0
SSCH - yualsg, (¥ CGH — s Sluss (A

FISH — o 4208 (F GTG -l (¥

(A0 duw (3wl ) Sy ddls 815" ilgi oo (35 ST Slacs Loy pudiiane (el )0 23 Sl Ss, 5l S ploS
VNTR analysis(Y RFLP (A

Multiplex PCR (f Microsatellites analysis(Y

S5 sDNA SIS Y 40" g 55« jlpenls DNA 03357 0058 care] DNA o5 (glapinns 51 o plaS 50
(RO Il w919 § (Sl Sy%)) SusS oy |y glasy
Excision repair(¥ Base insertse ()

Photoreactivation (f SOS function (¥



(o4 75 il Job

«» ay;¥
SLa by, 5l o dn 0aS X pjain 5 (oo WU Lt e mgSioghos (SG05 cal Ao 5l i pantets sl
29 o ooliul ()l (5,138a0 5 W ogars adgtlS 5isSll (ygmmsli yoo o 1,5 gigel s
«» a8
51 (€DNA) JoSe DNA o1 o cwsas CDNA slagsls cw)p b (00l plo slo g slocws ) EST
Ol pais 059, 50 oolai il 3y5 0 slo,S Lo 51 sonlie w0 o Cewddy glans g0 DNA & mRNA Jus
Adgad a1y il p 0aiiSaS sy Jome psiy (Sopd Al (59, 4o b S ke cpl (oplply isgy LWEST
«F» a8
S5 Ol 5l (ools p3909,5 (19,3 59 039 1) S 63k ady blr lp S ol S ST sl eslinal L oS (3
05...4‘5.0 a..\.a‘P FISH ‘QS)LS"
NERLE L
Jb ol e 05 00 iiSsgumme w3l G oSl sl b 38, G 5l el 05 S0 0900 sz &S hse 5
ki B9y Sl (05 (09,0 G 45 (S92 3 Uby) (ol wksS oo RFLP 4y a5 ais ol |, alises clalad
Dy 0 05 S S i priies (S Gl Olgies (O 18 gy 3590 5 2SS S0
«V» a3
A oo )y lans, SO DNA G 3w 5 gz o d ek DNA ccitls p b joand pitenes 48
g Y»a¥
20,5 oo axlllae Gel Shift assay a5 SeS LDNA 4 (559, (pgase (iiShe
ohay SN slepl
gel shift assay
electrophoretic mobility shift assay (EMSA) or mobility shift electrophoresis, also referred , gel

mobility shift assay, band shift assay, or gel retardation assay
S iy 9t DNA oS Slabad oy coes DNA Slahad ¢S > ;0 DNA & (559, Jlasl b o g, ool 5o



Y1 gu Juad

(A Jlw (3l Sy353) Sz oo e sl 00 00y Juols S 5l 0,8 S 40 Jaid Apert pyoin
05 Jol8 358 )08 (V N G sl ()
JB e (f S5 Shere (¢

Sl gone (59 OI3,8 590 50 2 )lgeil Ko Pl WS oo Elg03] K595 (53,0 b 595 350 S i 250
(A0 Jlw ¢3bnil 5y55))

i Mine (K5))95 4 530 gy G558 5 oo ()

Alllos W 258 ded 9 Mine b puy 31 oo (F

Sl W jy dod g Moo b 250 51 gous (F

At e 1 ey 51 o 10 VO ¢ o 250 5l s yo YO (F

WS a5 alie Oijge 4y K0 iz 40 9 B IS 4 i SO 50 ailgl e Cde S, olas o
(A0 Jbw (3bnil Gsi5))
o 0y g5 08 (glls (Y So,a¥ e ()
iz 2 dgame (F oz 3 Sk v
(A0 Jbw 3wl Gx) R— gl cag387l olre slo (5 )lew 4o

sl 8l (55) Do 03 ()

el s ally agigid (¥

ol (3508 D jgo 4 00lgils S 01,8l o g len sallas (¥

el Yl (5 oy 2l s (F

eme erigid Sy &y bogyye iz s g gdioo Joldh 1) (gouaie gladill cudgid Sy ol o o5 mds
(A Il yo2ped —¢Sibislais o, Sibi) T ls pb ax (G 4 Casly ) o 5 4 ot
Genetic heterogeneity, Pleiotropy ()

Epistasis sPleiotropy (¥

Genetic heterogeneity s Phenocopy (v

Pleiotropy 4 Expresivity (f



24 5 il Job

il yg sl gt &

«» ays

Gkl 08 oy el e (agigily 1SS (sl 3l (sliges 4 (Apert) &yl pjane Jio Sy DS azolix
el (NeW mutation) o iga slas 3 8l sl ansls S)ly e 5)le 4 b ol odgm 5 &) 4 cpally

«A» S
g dwleS 55 Oygot S5yy08 00 Su L ()5 el 3 gl
XX XY
l
Xx¢, XCY, X°X¢, X°Y
STV PR STV SRR S ¢
«» a4y s

S oy Cekie Dyge 4 S0 iz 53 9 A S 4 iz S50 Wl s Sdo S izl Sl Slas
«T» a3

az Jb e o 5 Sl b nally g el 81 0l Jdaas el oslie &l L (S slags s 5
A als e 1Y0 Jleimt b by

«O» a3

o)l 4SS5 ol 5 (S a5 S e S il s i 5 S S Sl (o 55k
Sl ol alie lacaiss) Lawgy Cunl (Sas (o Guigid S AT ols

«Y» 4y S

Ele5 6Nl 5l lias Glawy x50 a3 g Wl IV =Y o IV =Y Ly s ;)8 (I =¥ g IIT -A Jul> ol jols a5y
Syl Galie X ay diuly

«T» a3

Lo wloat lsplesls ol 00,28 S5 45 515 (K55 oS sine slopsis s sk » My i
RO JE PO PC I EIRP R P AT



Y gu Juad

S

k0> WSud § Y

(A Js 3wil 853) Sl uome 3 8 )lge 5| Syplas” (Single nucleotide Polymorphism) SNP | akayl, ,o
Bgd e 0ayd Dglate b Sy JBlas DNA j5 09250 5L Jia 10 30 lagyludl w50 ()
D9l g0 039S Dglaie Jb S JBlas DNA ;5 59290 3L 150 00 j2 50 oLl o jo (F
a8lige J5 53 398575 §) oo ool aseglss SNP ol (¥
S5 oo ooliul (Western blot) ¢ i b 5l SNP lulis ol (F
§esl zuzo Polymorphism s,00 ;5 455 Sles 51 Soplas
(AP Jus iay) Slsignt § Sl (Ph.D) (10i0ds (5)353)
Cbge JT iz oSyl S (7 SIS e o S
Sy i gy S (F Joyp Pl iz ogS) S0 (F

03,05 1, 2 Sally 5| Saplas BRCAL 15 ooy G 5o (oS5 (Linkage) (Swgsy Jalows 9 4,52
(AO I ¢3lws) Gy355)

Rb )5 iz e (¥ P53 05 Gz omess (O

Sisen (S 59 e S (e (F Si5es 599l Sl S G olas ) e (¥

5l o0 Sled 4y s 5| Biga3 O3l ilpglie b Yo 4y (HDA/HDS) S35 ould g5 o 36559550 3l
(RO Jlw ¢3lwd) S353))

Incomplete dominance (¥ Recessive superiority ()

Extreme diploidy (f Heterozygote advantage (¥

PP &S oo glesil oyl g ilows il 5l (Solgls ails a7 55 b ccuwdle Caucher g loy 4y 4l 48155 457 (6050

\
Mie 553,8 colo a5 795 ol sl s Jlozs! ‘mga— z95 ool 4 Blaie Comaz o el ol Jlglyd s
(A0 Il (3w Sy335) Sadly oo juiz wod (5 ko ool
\ \ \ \

—(f — — — 0
VO - Y. Voo S



(o4 75 il Job

«O» ay;¥

255 Gleaiis agd slp Glgce ol 5l a5 0,15 5529 DNA 1 kb ;o ;0 SNP < Blos dacsg ,Se 25T agif jo
Spop Y ada b

«» ay¥

agis oo Gl Jloy JT saiz b wsSs) o a5 #Bly ;o (polymorphism) IS o

«Pr a8

5 ST St Rl (Sg a5 Sl osls (lis iy Glb s @ Gl L (slaodlgils )3 (Siwsn Sl 5 452
e g lwlid 4 aalsl )3 a5 Sl oad (ol g (LESARE VY (agjg09, Wil 593k 50 Gl by i
O OLSel (Siwgy Sl g aujo (nl el (053991 I8 &l (6501 (sl a5 0l 2ee BRCAT (5 s
25l o2l B 1) g (oS g olas,

«» ay;¥

S8l ol ealpslie Ly Ve a S8 (ouls (G958 ST (sl D059 520 o3l 09 h anzrlye VF Jlges sl &
Al e Lot 4 (Heterozygote advantage) S5¢5 55, 65 0 5l olbdiges

«@» a8

Sl @l (B9 (92 9 9500 ol jole g po (el 7355 Csline (o093951 (5 ilem 4 Die (50 45 (5350

S |z il oo Jul> %Jw}ww

A, X A,

2
lAA,EAa,laa —>lAA,£Aa
4 4 4 3 3

1
L og walem ply sl Jol> % Jlizl 4 aS 550 0 cnl zleosl 51 Jols aiy 8 (Dl Jlais! ey

2 1 1 1
(,ole . > 0,8 L w8 o M Jisl) = —=X—X— 565 ¢ lews 55,8 Ol Jlosl= ——
e g 5% Gogr Jelo (2,8 b w358 (el S 375072 555 (Lo 4 55,8 (S 300



«» ayF

) 1 = 1 1
= = = |—=—
d 1000000 1=vd 1000000 1000

bl ind StV

99 Cproz SO 5l epl bl awlply b slaws b olo e olaws S pils - g0 la Jolss Jl> 0 Comez j0 a5 1>
)13 929 050 o2 85 (ygbee Vg 0 B Ggekes V6 5E (ygelee
«F» ay§
tbcalply Vv T Sl 8
YO g slacsSigeen slaw) + 2 () sla T 6l gy g me olass)
Y (Caraz 0,8l S slass)

_ 2(5000) +(2500+7500) _ 20000 _ ',
100000 100000

VS8 =py

Pi

«» ayF

1
S i il Tl (W el S ¥ ks islings 0

. . 1 3 o 1 1 1

F(@PM wj.o) F (w‘ LSA’SL‘“"? A?)Ql’l) :>F= 23+1 22—4=E

, 1 = 1 1

=——Qq= = |— =— <& lo oo
“a 1 71600 7ITVE T1600 Ta0 T 0o

+q=1=p=2

ptq p 40
5 1

e 233,5 xils Jlsl= g2 +F LR VR
- R s dls - = [ —_—{) ) =—=—
et d P4 1600 16 40" 40" 6400 1280

«Pr S
- BN DR )
T 73600 1760 P60 \ \
59 1 Yo Yo
2Pq = 2X X = —— i sle s > = =o/09A
Pq 60 60 305“-’“6%-‘ Olee \+ v Yy
) 1 . ‘ Yo Yoo Yoo
q =%3 o)l¢U9¢~>)3}mX2L5&.5cnﬁc<_gl.e;J| )
«P» ay ¥

L oslobes TSl s Jos (G g I T ale Dl a5 (550,08 095 42,0 10 s ks &
dloe (RS (65 e e e
«W» S

SFR)9 e 352y o5 )i Cpnen S 3 0diiS 5 oglie pojesl Sl o (VL ot e (2 e
Al s Curez ;0 K Ja090 4y s K j9 50 Jie Wdgi g 5l (55 m (Heterozygote advantage)

Ao

AR



b Juad (53 pid doliuly
«\ray;s
«Yray;¥
Celayl oo (fusion) sgmen slowl 5 glie 4555 90 51 laJoho clls s potie ar Siloge Jokw (53lw 45, g0
«Y» ay;¥
Ol a8 o GeSs 2535 b 03 Sl 4o o (oS 553 5 Ll aed &) 05 sb 10 S 2 )0 Silgiee (oS 98
el YL S 65 £l blis ab ay L& 55 )0 oS S
«V» ay;¥
Sl Jole 5 10,5 o Cmar 5 AA 5 AQ sloizhy Bi aymie A LB BT 5 0008 850l 4 a5
3L oo (New mutations) waz sla ez «Jé goarsS slo YT

«F» a8 .

1
Jeomrl b 38l gliogae o155 5l s 050 S b 20 09 el JLizl b sl @l 05 Eloil @50 0

R ) 1
b sl pln Sl 5 sl (o093l ol 4 GLB5,8 b e Jleio T 39 Sl
. 1 1
538 59 Slart Jam = 2 Gole 99 ol Jlaiol) X (o oy Jol Jlazo X
1

1 . R )
7 Gobe g 50 o9 el (28 L i 8 s jlew Jlei>) = 36000

«» ay;¥

2l (095981 wglie 331 Jlgl3 4 azgi b

2 1 2 1
S S A R R O
4 =70000 ~ TTVY T4 T000

p+tq=1=p=0.99
2pq =2(0.99)(0.01) =0.0198 &198
1 1

1
(e RS o S TSI i Ol a1y SnssS 39 0 (First cousing osljgas e zleos) Koo B,b |
2n+ 2 + 16

ey 198><% =12
L85 g AA Loyl L& f oS 33,5 oo 8LS| Los%, ja09m 4y 5 398 g0 awlS Loy 39,00 31 @ VY Koo o jle o
gbin i I3 05 10 0 Jlew 3l o el 392y 4 el 093 (Solas (el (yz b wimlsS L LA Kos
S Laosligee o glodil 15 (009)95) Colie 6ilom £585 Sl (i y (o0 SV & jlem G395 @ez nlnle
AP o oS o8 Bolai g 1) First cousin glgojl az bz aub oo (lbl Hln Y ay Solas slazlgssl 4
ol G0 o1 Bolar slazlgasl 4 cod L8 ad Jlen Jlas! og
45 el ol o ort 5 5 o0l el S

1
q L
100

AY

AY

Rl ¢

Ao

Y

el i gt



Y1 gu Juad

S Sl ]

(A0 Jbw ¢3buil 5355) S5l oo G 13 0)lg0 51 S plos” Hydatidiform moles 556 ;o
Uniparental Disomy, Imprinting ()

oely g9 ,» ;I Disomy (Y

Y p9i509,5 92ly el b S35 (5591 (F

X £9390955 g Pyl b o35 (559 (F

(AO Jlw ¢3luil 53355) fo,l8 )18 3 6Lb‘95)'5.as)s bls 5l S ‘QIAS » XIST 5
Xp slest (F Yq eg b (¥ Xq yog b (¥ Yq kst O

(AD Il (3wl Gy%39) Sewsl zyle 5t &)les (593l plaS” ogas> o Dosage Compensation
ol e o & il ()

Sy (F o939 oglie (¥

(MO Il 3wl Sa353) V.| Py — Sl oo X pg909,5 o Jlad s
Oblsbiay 53 03 s lade ol e (¥ X poiges,S 5l oarsS slagj Sde ()

osls g by o ausets (F Corez )0 (IS wix Laas (Y

(A Juw (Siby SyT5§ (Ph.D) (10una3 5)35) Tl yd iy 38 plaS ¢ Bl pyaslass Jge b alad, 4o

e ge (Lt 1y sadshl 5 (el slaJge il sagigeg,S T ()
5 9 3l oylsen lag] 3l oae ¥7 o5 ams oo (Las 1) pg59a5,5 R cqulian ) ol (glaJge il sog5509,5" 5IUT 4 (¥
25,8 oo Lats ole 51 BYY
sl 418 5 L oy 11, GBS pajp0s, YT o sl Livay 00 sl oo oy &0 (sdshes 5 slacld) (¥
oy 0053 Wos 51 s olo VY s Wlgi oo Ygome ool 3 oljg8 (F
Sslise 25291 (rudlg pead Ay Jole 00iyS (5 Sy 0 ez 989 Judodr 05 Slagsslens 51 S, plas
(A0 Jbw pg)0-¢iayl-¢Sibly Sa35) (Ph.D) (1a10a3 (5)i5s)
Ankylosing spondylitis(Y Ataxia telangiectasia ()

Diftuse large B-cell lymphoma (¥ Achondroplasia (v



(o4 75 il Job

S Sl q

«» ays
Ol osdiee oot ailae CeoS ol a5l adss Al (8L (go0gi G 4y iz e rnb g 0L G o (28
Mgy (S Sy Log ol § sl oo w135 poels (gl ol 3o o8 sl (G565 (sl om0y e 4y 2l
Lo b g Sl gmb iz b (i g 3579 O 9 JoUSL Jge asS (Mole) Joa |y (IS (i 05 o0
Lapgigas,S ol 3l 46, XX g )15 b aighors o JolS (sla e S8 Kby 51 i S0 Yool 5 i 5Ll

2 .
Sl pg3909,5 dlsd ,lg0 3 5 g wladsly 5 owd sloJse (Uniparental disomy) &ls (g,0y Lice Son
el e (955, (Genomic imprinting) 55 5,198 51 Sls 5 g0 ol sobos Cansl (5,0 Licia
«V» ay;¥
LSyl a5 il oo XIST Jgmana el o3 o5l 5 ails 1,3 Xq13 g5 0 Xq sl ;o X oo Jlab el 550
el X o Jlab el sl gl o0 el
«O» a8
TS bawgs oo axslos 08,90, o «iylo X au ataly 045 5 5l ades 90 lapsls g asens SO Lads Lo 1o ax )51
Sz o o5 il ] o8 Jolas Ygons iho iz 50 Pl i S Lawg b She (a3 35000
005 ootz X o Jled e ol S 4y (Dosage Compensation) s ,luie
«Y» a8
oot Jlsd e ol S8 4 X atly slayy 9,50 4 (Dosage Compensation) (s laie oyl ez zedgs psSo
205 (o0 daz g Sige lililiny ;0 X pgjees S
«V» a3
iz Lagos o553 ol slapsigas,S Sl lonsishs i )l Lol slapgjpes S Lite &) (Ki csushis 5
g oo azzLis (Partial hydatiform moles) o p a5l b Jse olgicds 5 350 ool 12



bl ind StV

Yo

«» a4y s
2 ol sla iz J| (3 e gl ST (o35 ol il 5 (gisS Sle il w53 S|
el (3Rl o mie alie (90 egd @ld i w3l se (FGFR3) (dlig b oy 152516 00 S
Ol il oamizi sayd plewdly lid (g0 gyl sarwelowl l Jl 4 B aS 05 o (sl Lawgs DS
D9l g0 0 S Cuwdgd i 10 (2 LK ool Gl aS 08,5 wualiS ) afie b o5 yesls i
O« ayF
DY, s L 5l Jols stz o LSy slosliss clon b (MZ) (Soss 5 (slasls 55 55, olime
Sg—aS ol oyl el JEl jolo by y0y Jawgs wilgi o a5 5,10 3929 (Folsils MZ (g5l8g 51 (5,00 o,lg0 .l il
5SS o S sl (Sialeals i8S o Sl |y Canl oasy (! (Solel Lo b 0aiS aaiee a5 ) 0,000 S5
lar pae b (POSt ZYZOHC) (Sa oy (Seilogs (i Judot ol & Col (S (s093905,5 slags ) lmali b
Sz ol 0gd oo yorie 00wz § g o2 4 sloglBes 4 g lo L VE o 5l e pKie 5ol e Ll
1 1

A8l o GWIMZ slagligo—— o b o g lo,b——— ;o

e #2200 ™4 100000 °
«» ayF
05 0% Otz Jle @m0 iz ged b adl Slieesy, o Sl i (HOX) Homeobox (slay;
L g anily segjel CIle &)les (5951 a5 545 0 Hand-foot genital ¢ jais sb 4y (5,00 (5 lows 90 HOXAIL3
SLos o ;0 ol )je a5 (G503 S90S Hles by (Hypospadias) Lubolewses b ol jod poxiy 5 Jsl eSSl 2bsS
Y Sl (7 5 Goly A 0550 (ateiin dagys )0 LS 55 02 5 oy 43 09800 5ol 99 (s (53, b 2]
205 a0
«Y» 4y S
slacig> ¥ ohlo o g ST g ludl jo Lol ail osds 5 pe 8 jaike ddigm S5 4 aS Sl HOX 5 A (0 DLdgsq,0
S (Ko L 6lag) 5l o shls adgs 12 05800 05 T ggeme Joli a5 515 3529 HOX (sl
o959l e 0gl oo U HOXALS [0 iz 5l a5 Hand foot genital p 0w &)lgs ool conl o 4y Soo3
Synpolydactyly sLs asy baplail JolSS jo sgolics g j0b 0guaS 4y a5 HOXDI3 o gz sl jsb cros g ol
ol oals S8 agie8l LI (D lgv 09l o e
«O» a3
i Lagae og iy (B2l slapsspes,S il slaoshs 5 0)ls Sl slapgigng,S Lot 4 (K csusshe 5
Lgd o gmdib (partial hydatiform moles) o o aaslas gloJse oloe 4y g 0ils b 2
«A» S
X pgj9m05,S cyads Jled,us glp (gaulS suiSpudas oS> a5 (X inactive specific transcripts) XIST s’/
stise ey JUbet X (g5, T 5 5 o
«A» S
Wbl oo g9y S ,eiS 1 caiiSuS adly o HoX (slayys amled axzlio A Jl5w el 4
«T» ayF
wls laze L 46, XX 90,5 sl,ls Uniparenral diploidy & )g04 6,68 Slae sloJse

Ao

AR

AY

AY



e Jud (P pid doliewly

€O w58
oy s ol o
Je el § 55 o0 7p13 GLI3
M0 s pg s 11p13 WTI
Slsjsnlsn 13q32 ZiC2
il s xq26 ZiC3
W an;s

ol o8 5 n (o8558 i Jsho pem S o0 (55 i slmel crge 9022 4 PTCH) (5 55 i
5 0 (elST S S S350 i, Siggignl syl S (JIib Jsko sbopsion S poazs
4 ;5 Fhe 5 oo 8 Il Codi ]y nly S8 el (gl (nl Cenl oz les a0l 18 (e Lol o s>
IS i lS) (s5he e peSIB (pgealSiaindS sl g0 L BGILE sloosis (39 o0 ol (S5 pges
Al oe e Slog b g (Cowl Aol i S5 (F3,95 e Olew oS (s

@ ay ;S

G0a,l0 3 50 p i (ol el suls L, Bosley-Saleh-Aloraing glae 5,00 ¢ a0 )0 azily > HOXAL
il n slo iz — b slacs,leal 5 oI5 slo Jlegil 5 lsnil o35 o wlas] g sl rial

«» ay;¥

O 08 shyls Lacig K55 50 g 0)ls CJle das &)lg5 a5 098 oo ST Ly s HOXDI13 5 j0 i
s Wl i slags ol gz ol sl o0 lasSjsnn aied bl g lacews yo Slol (LiSil 5 oKl
HOXDI3 15 g il oo Lacess go 5 baly docess Slgial clo S50 6l Cpmizman 5 25,1 g
098 5 (SIS Sy e s e Sl 3 N o ¥y aals al8l alaslse

«O» ay;¥
Genes that can cause both developmental anomalies and cancer
Gene Chromosome  Developmental Anomaly Cancer
PAX3 2q35 Waardenburg syndrome type 1 Alveolar rhabdomyosarcoma
KT aq12 Piebaldism Mast cell leukemia
PTCH 9g22 Gorlin syndrome Basal cell carcinoma
RET 10p11 Hirschsprung disease MEN2A, MEN2B, medullary thyroid carcinoma
wri1 11p13 Denys-Drash syndrome Wilms" tumor
A5V Multiple endocring neoplasia
«O» ay;¥

0975 (y5Syim 00t ;S8 3 )lee (il XY pgj909)5 Cammniz (2955 slacs lom bl Jole (ad (samadlo yo
Ml 35l 5710 L5 il o XX DSD o5 5 5l 508 oyl jo absd mseits 4 olitws Jlis! bl ceslaDSD
L a5) SFI alex 5l Lapys b cplpla wigis oo olonl SRY 5 anlas Jodo any JolS (eoliS 55 o &
e L5 o 05 B 35 S Sagais il Jole (8 9IS oS (355 g0 a5t 55 NRSAL gy
Al 0 S65UsS slapyain 10 SilogualS (M s ;5 SOX9

«O» ay;¥

0 L WNT4 5 oS o Camilows i LS5 51 o oo 51 i ol Lol ols cie (25 s o, ,0 DAXI (3
ilos sl Jole 0l &) 005 SaS DAXI

1. Falx cerebri

£y

2t

£0

b4

Y

FA

el i dmGT

Yor



bl ind StV

YoQ

dcgame a5 diile oo 00y Sloj L Lo iz sadsle 5 0590 0 waile oo 003 iz Oy 4 bas )l bl o
Lyl s ol jo g ams sei 7y (a8l paslons Ol s 8 jlae (pl jo AT Al ouls i jobe I cegjees S (SLSI
oy 0aiy W 5l 59y wiz b Sel wiz 5l Giow Wl oo adsha 5 olie S pu a0

«» ays
iloads Cad 5 Jgaz 50 a8l g JolS )98 Sloe slase (S
Job5" Jge o=l Jge
£ #q Wopgsges,S Slass
S p9isesyS TF aen S d9e Y8/ (g ,0le pg3509,STY lapssges,S slly Lie
gocs ile 05 005y Lol aly $2,18 0925 iz LT
Y Sl @bl s iy
«» a4y s

e ol Sl poe pjais 45 039 XY DSD e (5l bagjgil Jos ply 5o Conglio ( IS 5 5ba;
7 (AR) (539,051 005 05 53 b Jdoa Ygane (5)loms nl slcn o SedlS (5 Lo (CAIS) ' 59,03
Sloloss 4y anily a5 aes &, o2 AR Jolus Jobs JUul slas el Jdoay wilgs oo Lol sl X 555905,5 (59,
OByl ol wms o ) kS 5 Sym b 4l o] o a5 (PAIS) S5 AIS TousS pulaii-SaS (slocrais
GlIs CATS L ol 1 el oile 3L axslisl o] cde o lgn 51 (6 ke 53 5 Sl AR (5 0 bacsl g JJoay Lais
)l 32y o) (S sladlgd 5 o) Ll wils Gl wd) g5l ol 40 5 aites &l (215 (s olSws
5 sl st ab ko 5o S Logase  JLusSal 553 b o5 58 a5 aizse s adsl il lél ]
diy S8l s (55,5ae 0355 4T |z s O a0 s Lol sl al laday alwgay (459,050 g 0ed 418 S

D9l ALy ey Sl fdoa wb

NERUS
Examples of chromosomal rearrangements that produce tumoringenic fusion genes
Tumor Rearrangement Chimeric gene MNature of chimeric
product

CML t(9;22)(q34;,q11) BCR- ABL1 TK
AML t(16;21) FUS- ERG TF

(p11;922)
Acute promyelocytic t15;17) PM- RARA TF + RAR
leukemia (g22;912)
Pre-B-cell ALL t1,19) E2A- PBX1 TF

(g23;p13.3)

t(12;21) ETV6— RUNX1 TF

(p13;922)
ALL t(X;11)Mg13;g923) MLL- AFX1 TF

t4;11)(q21;,923) MLL-AF4 TF

t(9,11)(p2,g23) MLL- AF9 TF

1. complete androgen insensitivity syndrome
2. coregulator
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Tumor

Ewing sarcoma

Ewing sarcoma (variant)

Malignant melanoma of soft

parts

Desmoplastic small round
cell tumor

Liposarcoma

Alveolar rhabdomyosarcoma

Papillary thyroid carcinoma

Papillary thyroid carcinoma

MNon-small-cell lung cancer

Non-small-cell lung cancer

e Jud (P pid doliewly

Rearrangement Chimeric gene
t(11;19) MLL- ENL
(g23;p13)

t(11;22) EWS- FLI1
(g24,912)

1(21;22) EWS- ERG
(g22:912)

t(12;22) EWS- ATF1
(q13:912)

t(11;22) EWS-WT1
(p13:912)

t(12;16) FUS- CHOP
(q13;p11)
t(2;13)(g35;q14) PAX3- FOXO1

inv(1){g21;g31) NTRK1-TPM3 (TRK
oncogene )

inv(10) CCDC6- RET

(g11.2;921.2)

inv(10) KIF5B- RET

(p11.2,911.2)

inv(2)(p1;p3) EML4- ALK

Nature of chimeric
product

TF
TF
TF
TF
TF
TF

TF

TK
TK
TK

TK
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