Lgd |4l

293 Uiilug v &
Andrew Read and Dian Donnai \

S Caots @le SuodlST 55y

L 4
i oGS
bt ¢ plnzmie ¢ 6 5lo Caian bow jlow &
Ole> e
Cadedigh 59 et

Lok 313 40 S8
JERETIe

2
A

eowokd 313 ppe 52
oMl ol o8l g

23 pole il pole o gde g Ll



Ao VAT g iy el
.PwerdnA .dasR
ol g i s el e it bl s s gl [l Sl St e i s

AN e olaml o) i Cluagele
Ay cedon ] Jats guene s o FEY wenll e le
AYA-F o FRVY TAY L, T Suls
i+ g g
New clinical genetics. 2nd. ed, 2011, : Lo o ubtaaly
dade b S sl ey laie cudisah
obiajl - et azls
Ll i
iyl ¢ i

T e A g
B L PR S H A sagidl 4l

Dannai, D, (Dia@y 5

e - ATRY .J'J).&,o L pelii

e s VP aad wiodgh

S g B IS B

B0 = (ool 313,00 = s 9 )00 i ke @
ke Sl 1 il e

WAV = Jghiote Jlo g cugie

as Veos 1 l8lae

Al g b Bl g Dla e

t:JL°9‘; YF&e- l{.» .

AYA-F « —FA Y=Y (Sl e

oA 351y

VT S s )12l 9005 8 800 015 L5103 O3 508 VY LS MBS 5 655 g il
¥anly fgl 4zl

FRAVSFYA-SFAYFEAR 1 ik

FREVAREY o5 = YYY D — i il — 02398 sloly — slRuil  gg30) — oMl L3 1Y 0Bl y8
TSROl ol D 88 — el oY olRikils — 0087 LS — S lB 1Y 0lBSg 8
SAEAYIVEAN il e ol oBlg i — e S gl — (ST alRdg

1995 el prina gl o il g




4 It Ly dedas
Y £ad  sialyg desds
141 _ o Lais |
ve a8 oolizal S i igln
¥Y Soogd (OIS azcder ) 31 Olotee (S 22 =) Juad
Ty oyse Sllas 3
vy Ashton eolgls = 2550
YA Brown

va 3 y505 St S Bk ©

¥4 Choudh

v, Davies Wbz —F 350
O OS85 5 P3G AR e ey Emc‘mg;u -8 350
g her oslgls 5 550
Y o P sl gakal NE
Yy & WS R
Y Olbest sy WY
it Ashton gt -3 5
¥ eeimsesssoanose DEOWTL 03lgils- =Y 3540
o Choudhary s2lgils —¥ 3,34
v$ ol el <V st
Y Davies oslgls =¥ 5590
Y Elliot salgils —0 20
YA Fletcher wslgls =% 5540
L} o BB s WY
iR dalio ol jndd yim
i s cela ie aodla A F oS
- O spliiny i 93 oAl = Saigh oleg By

o oilagedaygr (olow =Y (gilaw Sl

ilyg 5oL JISAT

salia e preds 52 503 DSt Sy

eeiljge

ala 4D

Lo glaglocss

bl ag: c¥lsw AV

o 53,5 dalllao | jlow (slaeg3909,5 (ke digfer Y Juad
&y (53 g0 Silallas YA
& Green oalgls —¥ 50
oY Howard elgils -A 5530
oY Ingram olgls 2 355
aY peale bl ¥

oy Tyl lgeginegyS ayld cymadls 4 315 (20b Slaasas |



oy
oY
AT
o
oF
oA
&8
fARS

13
¥
¥
2%
$A
¥y
vy
Y

Yy
()

¥4

¥4
AY
AY
Ad
AY
AV

AY
Al

AY
AY

AR
a4
a3
a3
4%
Y

Sigd g ailllas 4g8 Logigas,S

eaigenS U (el loaigad VY ST,
clre s pidle gl (gl gyl g lgagigag)S ¥,¥ Sl

Lsmaj9e9 ) (slogg buial

Yool pyge9, La
lonizng)s Loolai (glaglxinl 31 50 Lclypogydion =¥ ¥ LSl
eld ile cielas 5y 5 Ao 1y sleeg i T F S0

Wyl g b yog s

w1 Kli0e g (ol (gl gl

wrileg S (sl s ylon —F (o5los STl
s ¥

Mba slacgluc

kil o aVlgw Y F

TS g0 Jos digar Lo T Juad
290 clalllas T8
Johnson sslgls —4+ 3,40

ale ol T
SAE il L

Lﬂ!.\}lg '))39 FE u.;lﬁ: —T‘,\ (_)“SL!

lais ol 5 Lidy 51 g5 Lo
T 58 lalpul —vy St

adgl gy bl

D} 35 g de
Ol gzl Y S

S il L dar i

O Fhasgn Y ST

{_Jl)l“'“" iy Y‘,Y‘
E].].i.ot a)'?l& =f¥ J)?.o

Johnson eslgls =3+ 5540

Ashton sdlgls -1 250
Brown sslgls ¥ 350




ay Choudhary silgls —¥ 3,4

Ay Davies salgls —F 390
Yy Fletcher sslgls —# 5,4
Ay Green solgls ¥ 5590
4 Howard slgls A 3540
Rt Ingram «2lgls - 340
a4 w3 pwyp TF
b

a0 Uy A G CT plas

v IR P TN

v Lo s

v o (sl 5 5 g gig h?aJ u’)f

A o e p5 B 53 ]
a9 ENSEMBL .45 353 B T TCO f R. 41
1) 2 DNA & 15
s ppis ey Y (Slow Sl
\-F pha Y2
Yof ds glecolecg
RS | Uit ¥lew  ¥F
Y-y I})\-MDNA Olgiae digfa £ bad
Y-y ype ldllae  FD
Y-A . Kavanagh sslgts =¥ 5,40
1.9 Lipton eslgls —1Y 5,50
A E Meinhardt eolgls =¥ 3,40
B el £
AAS Kl g5 dl meaalss
Ny DNA Llojt al slsie 4 gl el edlicl
L R — ey gy la Jgal —£ S
LT S Sogions gl gaul —¥Y LS
1A s 5 -6 sl
VWA 5 3,50 g S5
- g dang i Sy iS5 Sl
i ek (Sl 25Ty
1Y PCR s —fa 5L
WY Slilest posp Y
WY Cigaolty g 3 1i8 1 oolinal b ead dalllas 3)lgs
Y Kavanagh slgis -3\ 540
Y Lipton sslgls —\Y 3590
Y Green wlgls =¥ 5,40
YA Howard slsls —A 3550
YA Meinhardt algls —3¢ 350

AR PCR jl sslia! U sas aalllas 3)lge




AR
AR
ATy
A
AR YA
Ao
Wy
Iy
Y
YTA

[ngram ealgls -2 3,40

Davies salgils —¥ 3,50
Ashion elgls -y 3,40

w38 s T
-5 PCR

Jolaia gl g glomnl | olulis

paisessS (4jwel S,
< phg RNA s

WA
Yy
Y
Y

LB
ATy
N
\FY
YA

g e FDNA b iy

- ogl gilga o I

ATAE
3AY
YAy
Yoy
Yoy
VoA
V.
Y2y

2 g ahg Jed st olulil clo g,
157 st 02 i sl 0] 0098 DSl sley sy,

Slest ooy AT

* ey S Lol

Brown eslyts =¥ 5550

VY

sl lasil g o8 acsdii pelacal =808 5u8b
Nicolaides eslgs —VF 5,50

\PY

Fletcher sslgls =5 5,40

Y sy O

VEY

Y84,
YFa
ALA
VY
VY
VY
WY
WY
WY

4,1])-]' Hy 3 anbisal b L gl
Long QT pyysier =0 (55lom 51

sle 8D

LIS TRTCRE | IR B
fa3 g0 plodil Jos ax b e -1 had

L4259 Calalllan A

O’Reily salgls —30 3530
il gl B

% ol ey allle gl i <£ )y st

o IS Sadaslas b Jls
03 Sl oa |




e sms, oyl 8 Al s |y eapesn Cawd 0iiS U Mg S5 raig oS gla g

Y Loy o gl ol o |y adgl Cudgig; it &8 Sla s
1v# Ligd o do 7 1 olidl Cmge aF ola s
ANAS KPR Lg'|=1;.‘.l.n.'i Ll ol Rl camge &S ol oo
VA obles (opy 7Y
YA Ashton adlgls -3 5550
YA Brown sslgits =¥ 3530
WA Davies salyls =¥ 550

YAY

VAY

AT

VAT

VAP

VAS Sl s el
YAY S i L I
VAR vy I S
VAR ) % L..myB_L_-quJ) ‘_gLa»uS.um
Y44 83 :

¥ wwulwﬁwwwww
Y4y Shoig ol pwlid ol g 31350 ol
Y40 Ssbag el
AAd s — - '\"'u“’ Sgpg A gl g
W TR B L"wb)ls F50 ol ol =5 oy S
YA wba Al
YA dede glalolucsg
YA s se Vg —F
Yot Sy S 2! -V
b G D ceype Silalllas ¥
1 Portillo sslils =45 530
Yo¥ lacusis) slasyShos 5 gl —¥,\ 8l
YoV S Qian salgls —WV 250
Yed Rogers salgls —YA 3540
Yod e pll W
7.5 X il b 5
Y-A Sl Jl oy 5 g pole S Ve (N8 ) Siat el
¥4 ilogsS (ugemloysiisS gy gy g DNA (gesdhuia
AR DNA Ciges i dsfllas
YAy VITWRPNE .
TAY Davies aalgls =¥ 340
Ty Ingram oalgls - 3,50
Y Portillo sslgls 3% 540

AR Rogers salgls —VA 3550 5 QAN odlgils —3Y 5440




vy

wPEB i V¥

¥ st (hotspot) &b %6 olge 4, CpG Ny
Yy 3 olyen 2 paigh X plocle Jol 1) (sl ol X (gl JU 18
Y ST R L e VM S
YYY ETEOPRENIF ! KL g1 I NTY
vy SaiS e |y (00,8 glaeglar ol an b Sy, ol o il
vva <y ey —Y Gl 15U
Yvs ' mle VA
YYY

YYY

VYR S8 o 518 Il S Ty (ool s 9 (1913 (SlaZwly e gilis 4igRn

¥re

Y4

Y.

Y.

T

\ins

va PS5 pden ¥

yvs -
YYA St igiosl
Y¥- ey ey
Yt Stott solgts -8 5400
YA Tietney oslgls -+ 3,30
VY Portillo sslgls —1# 5,40
iA 1) ey 383 gAY
Y55 oo (g3lj,0le lallas
Y¥5 3 SBan ol (it —C el imw o Jlgl-AY ST
vrV W 2l L Sdstlie pundyse il Ko —3sBY oo pas —AF ST
YEA R
Ya RAS-MAPK (lapg it A (glas Sl
voy e AD
AT~ S oo houlig
Tay bl a9 e¥lgw —AS
T S o0 pbolid | Jie laiglon (sled Wiy laRoee A Juad
Yo &390 cbillas 1)
Yoo ] o g sng Susd
YoF ool olal Y
vy ol (s Jpams Goobs 15 alolia -3} (8
YoA 5 i Jyol
Y5 Liludl 50 33 gbdcdi ohg S
Y5Y

Koy adlllae SS9




. L 33l (gly il glod oyt (ol e

Al sl g BB
VAT ot e e joileg S
YA Choudhary slgls —¥ 3,40
Y- T T
T 2 55 b 4l (e e sl (eises)S lagsloniab T estatal
VY s oo e 53 (S5 Sl dad i (ol atwgy (slo Sl 3l ealizd {Gene tracking) 35 Lo,
YYY ol o3 Fy Sl g3 a8 M g 2 LS U Iy
L ces e 33 b I L slom F (lolid 2o g e QRS e (ST,
YT o e D
™o 15, a5
Yy ol 1PV had
YYY Ve

Yy er oallyb =YY 300
YA — W AN P I S ¢
w4 ..5_L53)L‘°° & —Yed Q“fl;
V4 i by At e i 5 e ool o 3gr il solizud
YA- PRSI l!’J ‘_gLn:L;a 3|)3 )4...&)
YA ) Lg'l.mu.»] |3 048 i Lalge
Yix (952jg 0 Cujo
YAY S AL P95ujepe e
YAD ol ¥
AN Ulmer solgls —¥3 3,30
YAD @ Mis 35 M {Sib) S led 3 JBL Sy =81 ST
TAS Choudhary eslsils =¥ 3,40
B s gy Soviam b danslona =Y ¥ WS
Tk P 3B oy NeF

Tl sl 2l M Lighin (ghlew d o ygtied zlaa] S5 e id asl il
S o a5 (gl o el o U]
e T s jlame LYy dsle s dgn o ol aad slegs ol Ll =Ys ¥ ST
L gaidid 5 (ldgre cslaig low =V (olom oS

plia Ve

sl dieallay e f

yay Sl tato oy an 5,80l ,E — VY uad
Yy 90 Slalllae 11N
YAy Viasi eslgls =¥ 350
TaA ceale bl ALY
YA sl giad Blas 3 (5,808
¥aa e s Sy gl el =YY WS
Y34 Sala ploat 1) (o) 8IL S late Sloj 4
Tk g ¢ Rye il S

vy S35 plocl 1y Wy o6, Slé




ra
¥
Yoy
Yo
Y0
Y-0
YA

Oblest ey WY

Howard oslgsls —A 550

S g pyption glp Ayt S iy it oledl i VY ST

Vlasi axlgls —¥Y 2,50

Davies aslghs - 3,00
Brown salyls ¥ 5,00

Ulmer 83lgils —¥Y 390

¥4
Y2
¥4
AN
At
s
¥y
Y
A

B WY

foS 15,8308 L) olag lafus

Cgmen O3l s L1, L,

Wty o5 e o 408 bansgs o3litul 3)90 (gl jadls =

(L5555 esuit)  SuD Slislafl AN, L

¥
14
14
vy
38
¥
¥YY
¥YY
Yy
ey
Az
¥YE

¥y
Y
¥Ya
v
v
¥Ys
Y
H
YEY
vy

ves

. Wilson salyls T 3,50

.. Xenakis salglh —¥F 3,50

v ol lal ATY
mwymsﬁum1

>3y 9098 59. S3306 S e —ATY S,

oo o185 gt s

’u‘l'p,w sladsho 5 2gi509,S ‘_;J'-bbb' WY S
Lb).n}].- |_«...m'-b| ’l Pt g.;"“")
L a5l
le5g%is! (il flas g 3 50ee
3508 2SS e gled)

el g3 ana 8 cldl

1305 555 o 8033 o cslas Slos

OG-8 J,u8 alais VYV ¥ 5L

Wi .L.o]Ll Ja-a", t_.<.: :U‘JJﬂﬁi
ohlow gy W

Tierney ool —¥+ 350

Wilson ealgils- —¥7 340

Xenakis salgls =¥ 3,40
):ug'v“-:” R vy

(g poyriaw) S sador pf 0dleS oy

Ol o glal po iz oS
Ol e 5> S ol




g St el 2ty gl oy B 1 SOl 5 9f55 (slaglo o U]

TFY p) J alllan 1 JolS ygas S0
bk ghad= e g (olon =Y lan 5L
vo¥ e YYD
va¥f Ldo glazglucsg
“an byl g c¥lgw AT

BOY e $13 206 1y 2ut 610 5 slow 1 (S Dlatin] oymend Sliulojl suts LI VY L
Yoy
Yov
YDA
ok
You
Y5
ts-
Y57
Y5y
Al
50
50
Y5y
¥EA
vy
YVE
Yvs

i oy Ll g Bongn T 380
sty MR
ccsreienece 1 AMOINOTO 03|15 —¥4 3y50
Zuabi salgls ~YF 355
vy BB |y W
gz slo SNP 5 glila (slacssl
rereenneninine g2935 pdaw 13 ol ieis aalllan 0 LIS Cute puli 5l haay
GWAS [dleadls 1 ol sslasal
e Sl a2l olpen & Sl A 2l by GWAS Sllss s
comernammnnnnees Toand @l 1) sl gl g jlos 4y Sliaiil elislail Bl LT gl
gl =3 g)low ST
e YR
Jhe claculwsg

VA

catligyl e ¥l AT F
Y AR eierecr: Sl g0 (oo gD pd | Sy CWWEST @y Wine glmadlpild gl JFlesd an —VE Juad

YA goyee Clalllas YD
A% el gpbal ALY
2. B R B Y el YR VY 8L
¥4 el Cyenl
¥4 Sy oygle 5 Sy objit
Yay o a)yi S5
yay S.j s (Bayesian) gpb el g cldasia —VEY S

TIA {swlod JSan) 559199 g0



AG TS (658198 50mmad 45 oalitu 3yg0 alid a3l —VEY ST

v, K5 Sl
£y oSt (¢ log 018 oSty toleil JS5g, VEX WS,
¥y i slocgylent layd g 2 pte
[AAS o])L’-:-" [T Y
Iy By J1 e T (gl Llsl
Y - olop gl (595 (sleilseel
e e 5 sl WISl
FiA lesd ok (sl |
FIA ot S ey NEH
FAA Loy
14 )2
v,
¥Y. b YIS e gl

£y

Y

¥ra

e

r .

A g i) 358 g (gl il
) ¥ Jad
£y ¥ ohed
oy ¥ Jeas
Yy ¥ Juas
Yy B fuab
Y F had
T V has
fry e Jick
¥ % Junt
£ra W at
ra W ks
FEE e St
v W had

14 ol 231y




