G




e (b

il 05 oy o loll o o S
Sasle ol e il ), Ul Ll el 2300

o Nl S

M / / /u. / R y,
K"/i./uduﬁ/"dfdjﬂ//f/d’@/bmb/w{‘
s 0/ ” / ” ./ p
&//M/.//&/I)dféuf/)uU.'.'///U’f/)(./‘u’(;fd/b/u;{

ufg/ OZO%L0L y

S plol OlSe0 God> 4 sl
5 585 .l ] 50 g o2 yte cdlfo (gdllus ooz gz ws Jeol> QLS ol 55 Cango
5 ot (SHlEnd ( I né )15 eaijslunny jloslat oy JISE o 4 T i3
55 sobeiel g zly g e ydl Jos ol Az cal (K00 s 51 ael e oS

05,5 50 leilais s g 095 sl Il Jame 5 (Faij 0 1650 slaosl o 5950 g ansl>



J.ms.s_ml.\l

AGK

Anahld Costar Khallll

I-0 Suiij ojg9liio

Nl
Smoolaly Loyl 35S — (g ST (38 5T M0 s
PN 0ok ot — (w0 Pl — G 51 (tliwg 5 599 Luw 2
=slell ks



o 551 (ylezme adlge [V o S35 0 jgline :

AFoY (L3 S aall )l

yas 1o fYA

978-622-90183-0-9 :

WEP

(e pldl (SIS (obing )y Ly csommolil Lo ydle (ST oy lemma (pilga :
solell e NS sagle oun

Medical genetics / &y 255
Genetic counseling / 05 o yglie
Genetic disorders / <zs5 Y

SAYEY ol oesmedins (s 51

RB\YOO :

FAF[FY -

AYfPary .

_—
-_—
el 58 syl Lot
100 K5 0 59liw 2l oL
Sazuably Lo 3o 15 —(5 81 o 5Tbesms o 10l 3o
NS (poohe sdonns — oo ol = S50 by b
W e
(sl S T 50
Very . dyl ol Jle 5 cu g
Voo 0l
OIS 1 flo Ol
S dE g e
03,0 pupr 550 5 B poke
Aia8l byt gl )lamie 5 ol
Blag £10 s sl

AV oK ol

ssleay ol g Olsie
s
g Cow S Londy

cslosl

Eyope

005}§| awlll

o ,S..S/' (G0,
LS{%Q 6..&.2.300)
S o Lot

dol db . sl ol peims . ool e o OB Dl (2 2 g whd 1SS S

*QVY00AOAQ :‘}}Jﬁ. R

SN 1 b 5 5 e



(y of o

ine slaolBiglesl jo o LS g aslllas aney yo Batassl (O Jlo wiz Jols b (59, Gl LS
U meod cnl 2 (S8 slacs lon 5 Sej 0jslaw 0392 )3 (53,15 9 4odl> Gl (i @ 4z g5 L 0Bl oo
Sonye Al Li ed 1) (S5 Lk b o o il Joihe 5 (sl Solo U maled 55105 |y (LS
L 2Bisles] (slo ST § iy iy a4y aiedddle bgziils b 0uiS il,) mal Sl o B o y09 1,35
S o 6&'5] =l 55 Blas Lo GLIS 45 ¢« B 5 00 5uS Jg po S dcgorme S dnlllao
azgi Wl g wdlise glem S loys i b ansidd gy 50 S5 500 Jlany 5 ek (90 Shas (S5 0 5l
La‘MwmaMded‘fuLSw‘ML@MMM&)&)JBJ)WBUTMefB)Lﬂu
Lo ol 5o (555 (gl b g0l g 5l ailsny (50080 S8 L b ol onls (55 5 (>l Siss jsliee
aled 6555l
IS 50 Lo (59,8l O pled g S @l 395 W55l St SV e OUS Gl By pd w3
o olsS ol Al mo)lsasl 5 canl 009 (6015,0le slag Lo b (yloljes Wgi 55 rals Cya jo QLS ()l
S el Goyind 50 jlew 51 oS azmiliz g ol oads (5,315,5 (5lews calize slapli ¢ had 2 slol o
oo Ll oais aid 8 )18 oo )lb g sele slapl &g g low @oDe fad ja yo sl w3 S5 o5l
(Jad o (g olen cde Cand 10 pmled w018 Sz e mlie jo St asdllae gl 1) Lal b (@ Dle 5,50k
Iy odle slxl g 045 o 5o Lals b mlasls p g)lows b b pe slagys 5l plaS 1o Joe (slopmnslSo iy a5 4y pladl
T L bzt oo 2y hae (sla by, 5l plaS 1o (g low (antedd Caond )0 Crizmed emled lo gos,
b oo gl sasis glap Yo l8
nalr s 33 5] Gl 515 et il 5 5,518,8 (shaeyama tadlss 45 )51 ol8 s 1) ot
el azily ole aclil o SWil 50 g el HoiS cole

Cudbge (535,1

W e

OB S g pod 3l (Fanled 4



AR

eIl Cw 68

\Y

293909y o low ol Jad

VY

(Turner Syndrome) 5 g i

(Down Syndrome) cygls pg i

Yy

(Patau Syndrome) bl 4,00

\id

(Edwards Syndrome) s,lga! pg,du

Ya

X (03505 p3 i

Yy
v

(Klinefelter Syndrome) 18 -MS" a5 00
(47, XYY Syndrome) 47, XYY ¢g,00

(Cri-du-chat Syndrome) 4; 5 ol 8 pg 00

(DiGeorge Syndrome) z,> 5o pg i

(Prader-Willi Syndrome) L o, pg 00
(Angelman Syndrome) el pg 0500

(Wolf-Hirschhorn syndrome) ,,56- ;e calg pg i

(Williams Syndrome) jollg pg i

(Robert Syndrome) <l pg i

e o939l ilyg b iz b (G550 slags lows pgs Juad

(Huntington Disease) s Sile (5l

(Retinoblastoma) Legiudgis,

(ALS) Sugpgael (il> 59,0501

(Neurofibromatosis) ;sileg by s

(Charcot-Marie-Tooth) &g (5,le &sS )L

(Myotonic Dystrophy) sgigee (99 s

(Marfan Syndrome) ,18,le o500

(Achondroplasia) ;4,051

(Apert Syndrome) & 1 pg 05

(Rubinstein-Taybi Syndrome) oodo — ubeil g, pg,0im



o Caw y68

o Olgs
AR (Epidermolysis Bullosa) (glalg, (s 5lon
\Rld (Ectodermal Dysplasia) (5 ;0w Jle 545
'Y (Ehlers-Danlos Syndrome)  sbls ; Lol pg 000
‘YWY (Thrombophilia) l.8g.eq 5
\YA (Von Willebrand Disease) ail 5 g &5lg (5 lowe
VY'Y (Polycystic Kidney Disease) oS b 415 (5 Lo
YO (Wilms’ Tumor) je.g y5055
VYA (Beckwith-Wiedmann Syndrome) cyedsg - oS5 pg i
VY (Russell-Silver Syndrome) gl Jul, pg 000
VFY (Treacher Collins Syndrome) 3 JIS" 2 5 pg,0im
VOe (Noonan Syndrome) g g0
VOY (Peutz-Jeghers Syndrome) ; 5> j5g pg,diu
\ING (Familial Hypercholesterolemia) Lol solgsnls ola
\td| (Waardenburg Syndrome) 5 ,.50)ls pg,di
VY Cslie (093951 <lyg b iz b (S5SS Slagslows ipgs Jad
\oY (Alpha Thalassemia) oYU W]
VY (Beta Thalassemia) cow¥YG Ly
YV (Sickle Cell Anemia) S owls Joko (G550
\NA (Fanconi Anemia) sSils ol
yva (Cystic Fibrosis) g ymd S
VAY (Spinal Muscular Atrophy) el dlac 85,51
VAY (Ataxia-Telangiectasia) ;LS55 ST
14 (Friedrrich Ataxia) (i ,0,8 wSGT
V40 (Canavan Disease) lsblS" (s ,lows
Vay (Usher Syndrome) ,&1 pg,05
Yoo (Smith-Lemli-Opitz Syndrome) ji,gl — o — Coronsl pg 00

Yof (Bardet-Biedl Syndrome) Jo <)L pg,00m




Yoy
Y1
Y\ f
YA
YY)
YYf
YYA
YYY
YYs
YYa
¥y
¥V
YO
Yof
YOA
YEY
Y5V
YYo
YY¥
YYY
YA
YAY
YAO
YAA
yay
yay
Yo

eIl w68

(Bloom Syndrome) psls ¢g,00u

(Congenital Cataract) sol;,0le s l950 O (5,low

(Kartagener’s Syndrome) ;36,5 pg,00

(Meckel Syndrome) JSe 4,00

(Werner Syndrome) 3,5 pg 06

(Familial Mediterranean Fever) JLLob slal ae s

(Vitamin D Resistance) o ymolivg 4 pylie (g lom

(Hemochromatosis) HFE ;giles S sen

(Xeroderma Pigmentosum) ¢ ;500X Loyog,35

(21-Hydroxylase Deficiency) ;S ;oo =Y\ 0508
(Phenylketonuria) U545 Jui8

(Alkaptonuria) L is(SI1

(Cystinuria) (s s

(Homocystinuria) s s immwged

(Maple Syrup Urine Disease) 1,81 i 1,0l (5,lows

(Tyrosinemia) ooy ;9,5

(Albinism) gl

(Galactosemia)  coq;4:5YE

(Von Gierke Disease) 45 3 98 (5 lows

(Cori Disease) (5,55 (s low
(McArdle Disease) Jo,l <o (s low

(Familial Combined Hyperlipidemia 3) ¥ .5 5 Solsils coomd pola

(Tay-Sachs Disease) Slo U (5 Lo
(Gaucher Disease) 4555 (5o

(Niemann-Pick Disease) S ylows (5 lowe

(Wilson Disease) ;ygubsg (5,lows

(Zelweger Syndrome) 5sl; pg 0



o Caw yi8

Ao Olgs
Yoo X p93909,5 4 diwaly <o b (3555 sbslows ip )k Jad
Yol (Hemophilia A) A Lssen
Yo (Hemophilia B) B Légen
Y10 (Duchenne Muscular Dystrophy) ;&g SMas 39y
¥4 (Becker Muscular Dystrophy) ,5; SMas 39
vy (Barth Syndrome) &, pg a0
Yy (Lesch-Nyhan Syndrome) :,lgs - 2 pg o
Y (Favism) g ls
Y0 (Alport Syndrome) ;5.7 o400
Yy (Fabry Disease) s »b (s Lo
YfY (Kennedy Disease) oS (s Lo
\Rtd (Androgen Insensitivity Syndrome) (y55,551 a5 Gl pac pg 00
Yo (Adrenoleukodystrophy) 35 ,5us 54545 )1
Yof (Fragile X Syndrome) ouuslis X g jdi
YOA (Rett Syndrome) &, pg 0
e by gie slocs lows ey Joad
A4l (Leber Hereditary Optic Neuropathy) ,.J ol ceas 5,1 Slo,s
Yro shele wiz lagslon ot Juad
Y20 (Breast Cancer) ;b
YV (Endometrial Cancer) o>, U
V¥ (Ovarian Cancer) ;lowss )l
vy (Bladder Cancer) aile )ls s
YAY (Prostate Cancer) liwgy oyl s
YA (Stomach Cancer) ooxe b
Ya) (Multiple Sclerosis) s j5 /5! Joudlo
Yag (AutiSm) pussl

a4 (Schizophrenia) J 3g;5.5!



fof
o
a1

eIl w68

(Alzheimer Disease) 31 s ,low

(Psoriasis) ;b ygme

(Crohn’s Disease) (3,5 (s low

14
Yy
Y
Yo
Fra

(Celiac Disease) Ll 5,low

2555 dnlinw ;o RSET Y Juad

S5 4yl penlio

& )lgs sle gl

&ls




S b (95 S s low
wolko pg gl il yo b Y

(Alpha Thalassemia) _ow¥U W1

| ©)

% OB Y ]
SR AL
b’oog%?o&
'900 °q.0

g 461

a-Thalassemia **
S slowt Lo gl

Dgtiee gl 0z Wiz b Sy s pae b falS @ e o wll oo (55 S5 (S P (n Sels (e VU
SIS 033 )8 sl orlS i zrkae (Ll s S sel Caastis 05,5 99 Lo VATO Jlo 1o b sl olons
3 ot B gl gen sl oud wiSle (g p f g (B9 n (RS 99 5 45 aBbios malSsen ol 4 (JoSle
025 wlg pae b (rals el oot adlo o g W a0 Jlez 5l GmslSsem 008 Lol ey (ST Jlit]
Bgbse ooV W (g lo & jomie pnglS” L]



pow Jud

.))5 sanlio |) WB -2 - L;\.\JJ.I s_i.\ ‘@5}“,5 U‘yksa)l'“" .)‘)3' ).) \.\.MJL\GA u?LM f5)y| LS) wl u)‘j.\
0 ey il gl WIT ()5 90 (o S2dlS po sl 428, 1 8NVF 095509, (555 2 (35 5Dl S p30 a1 (sl W (5
OS5 1) el LT 5 05l K00 ar o olie s slo I HBA2 s HBAT (5 90 .l a8 S |13 y0slS1a)T
)18 3929 wslf Wl o0y Lo (gl (0 a5s o u—uslf L ‘—93*>f eeslS W5 s‘f Obil 52 &Blg s 4'-5«5‘

iz Sy GomslSsen 5 05 o0 (o (Al (50 10 45 0,10 2y S 0 (500 glagy T o5 2 esdle
e lS gon Blion U 92 G2 S A JLaS ) 5 e sl gen 0wl a2y 5 aams oo JSS 1) (JLS 5
98 god s ol o 08y (4T 0aijle 9ty g 99 o0 0wl A2 uslS gen a5 Sed o e JWS 5 0 5,500
2 aS o)l IS gl onWU T ail o duoyn V568 5 LYY A5-0A Cui i 4 (VLS5 o F g A2 5 A
D9 g0 0018 sy laisl 4y plas

ogels JBU oG W]

0gaS |y ot Wl 81,81 ol el oo ygumlige Hlra WWT o5 F 51 05 G s oV WT 51 cnsg ol o
oA iS Cle Crad 4 50,5 ablgsh s gt | GuglSsen ek o Slas a5 ol 52U slojlail 4y T 6 o
(0 0/~ 0) & ygo s (o ool oloanal Gogals 86 coms¥WB WT 1) (g 5lews 5l l g sl JSCiin (Lo (0]
Dgdee SIS

oo Ll (558 (5 42 s Wl 0,5y s pute b 2l5 el (pmalipe A1, T 15 F 51 05 90 4zl
Galiss pyjseg,S 55 53y = LT (Slogs (688 057 Cudls walss (3l LT loys Wi o oS WS o 525
35 595 = Slige 05 95 51 09don 00al s 058 (0 0/ ) 03l pgi9eg,S o (59y 2 Silise 93 8 ST Ao
O €9 5 s9 somn VB T 4 i 0295 45 (Silo 0950 00als il 3 (0 7 00 ) 3l iliio 3098
Lall 05,8 aislgs oo duoyo YO Jlatil 4 0isly (s £95 51 55T 5 0T oo Wi o ppadly alies § oIl o] las;,8 casils

" omglSgen (g low
St st U liis G538 )lont €95 0l 50 958ss oo WU W 5l e ol 550 el 03 ¥ 51 03 ¥ ol
Ll Jl 5 ol sloaaiin 50 J1 055 0n 0e Song S sle Setdgon S5 5 Sl Sy w05 o Jlnbs 5 5
S8 ol slp 0,8 o Lal acigae g anslacesT slag ls & wly ;9 dgen 5 olrbe SlaSin sbjl a4 (lgioe (onVB
T80 s3]l 1o 0gd o (5,155 (—/m0) O ygo a4 o WB AT 5l eg5 cpl 0ad Lo Canl (Sae glaml e B o
35 s Bart g A2 o F (s 1 5an 5 Sosil jiolie il o H (sl san g5 5 bl 51 70-Fo 5 A g5 5l bomslSson

g oo oddline o Bl -yl

1. Alpha Thalassemia Silent Carrier
2. Alpha Thalassemia Minor (Trait)
3. Hemoglobin H (HbH) Disease

i
1
|

\5¥



il i ST

VPO

Wgkio (09391 S 59 b i b SIS sl slow

Tomll ug e )l g9 b j93le om¥ G W

Jimb 5 0 (55 s 55T Ol Silen E5 (nl )0 99is poile oo WB Wl 4y s 3 F e i
Mo Slagrizr 5 dial oo Lo 4 03 0 Mie (355 St 0,5 osaline 1) (Ll (6,1p0) s 5 8 (s« Jlinsg o
Lo am 0ady 0,8 azr bz Wigd oo 7,5 p2) 5l G g2 90 JBlas 10 mle gzt b Guadld g )ou (oD b Vgons
) 3929 Ol nl slp (ool Gleys @l9) 5 3 peoe (S B 51 J3 L Vgoms il

Slar 5l JSiite (g lSgen O oy okl e w098 co LB1S (0 T /7 7)) Sjge 4 enVB WT 1 Il
L ads 5 S 5 ol poce e @ A 5l G Lol il 35,k maslSTen | 1 4 sl g0 pay (1) LS 01y 5
Uy aBl Lo I50m (ol il By 5o an o sl o8 wiloo sy H aslS g0m b 4y 6 500 5l
S ot (5 Bl 18 glacilylg g aibl e BT S5 gladds il Gl les (ol jo all ge L 4 Glu,5enS]
a2 oo plaisl sgm 4y |y (SgS

e w5 s bl (B0 g s il gl i 3T o Lol ses e & (sasB 5 (50155 slreg T saem 5o (VU W
5 wllioe glodsl ) e 8L, asby szl Sl 5o (SYsb lej e leyd g Sullage S lig Lo yeiST o ol Lo
S (o0 RS sl Golow I b ;8 gl ol w> b

Solow s

059 © L5 s (6,500 Gl @ 0 ogdle 3,10 181 095509, (595 2 (55 DS Sj30 4 ¥ WIT (5
3393 Obe Slagy Ghed > e L5 05 gt ol oLl =SS Jsbo 5o o5 03l 3925 55 (WO) b5 L3
5 F slocmmslSsan w0 g o9 ol W 05 I 50 5 oz (30 5o ilaise |y Taibi 55365 slappmslS ge
A o JLS)p Gbomgligen saxly nj ailboe 0212 ©yp0 4 F slisen oaislo wly 25 0jlaa |, A2 LA
5 RS e ol sitsln) 5 (i swsSs) 00tiS S b LOR ol 4y glaol bl oo 08y 5 0y s 5 43 A2
sl sl ssb ylia 7 salald yo g adbioe 5kl Yo sl 4l cnladlin gngn 5 (oosais (29 il 5 3508 Lagy;
b8 LB W 05 50 (35 2edlS 52 (g9, el oad asiie 5SS 50 a5 jsblen Cul 8,5 15 NS )0 5
s 0,5 odgs canas HBA2 Uy g HBAL o5 5 g )0 1, 0 05 5] 4 ¥ bl o S 5 el plty
L od Sz oSl 0 901 (35 99 g0, A0 alis e 4 a5 (o0 (T ol 0025 SELu 5l L g 09 b o0 (60 ,Shes 28
oYU W olonl e aoyo Ao lacdde adl 0gd oo (55 Bi> o 45 3,10 3929 ()5 99 (ml sl sl Sl ST L >
Ao 9975 4 Sz gS slacdis clde a4y (Bb ooy Vo g o o olaisl st a
LCR ¢ L 46 Yo, Yo, ‘ o, ‘ o, ‘ 0 |

3

Solow pausuds
Gl 03,8 Sy Calis ST LY asie s olgoe Yo slagi NT (815 g b i SIS g &
55 059 galo o) ol 5 o0l 53 YA LYY s 10 (e 3,5 (o |y oo (x5l g b Cslins
bl s oamlie L5 (Gl o

1. Alpha Thalassemia Major
2. Hb Bart's Hydrops Fetalis
3. Gower

4. Portland



pow Jud

ailos CBC L s> sl Jsbs g5 g olass eojlail oo 2 coomsVB Lo (mniedd (sl a5 s 1cs50lon

o oS 2,5 saalie 15 1) 55 Sladske 99 SsS Dlgior GmslSen 2ol odle B3 cal 3 15
5555 cam Wb bl sy VU b5yl 51,555 50 ol (s Sejil bl e MCH 5 MCV e (505l
e il il o lagils (sl OFAVEL 5 ol s sl OFAR fl 5305 olsye gl MCV Loy ke bl co
VLS 5 el FEP 5 5 5555 (ol DO b T 2alS 5 &yl uslSsnn slaailis 5l 02V Y9l b MCV
il bl YT of] lals (sl 5 YT ofl LLET gl MCH _nbs e bl o H (a3l 50 (sladasiio
Goms o5 il o H gl san odle I YEVATL G ] 2alS 5 &yl sl gan il AEVYA b ,gis oyl
(O Jgu2) ailbion Bl e Sg HPLC L 5 ol Slial (g 4 (aglS 9o 55989 51

Sl oals ezl HBA2 s HBAT slagys j0 S5 55 B b ciliyly god Vo 5l i joyel 40 b : JoSe G35
O ohlew ol (S5 aseis 0,8 o LW MED— 5 020.5 04.2 03.7 & ol o0 ol S5 slodis 5l as
o 93 Woye 3 ol e Sl Sge )0 5 Wsdie sy n ez Jl Al e 50 Bl lal> e 90 S50
95 Sl SSliss s SsysS S b s ol 50 35250 DNA gl 5yl ) iz (oo 2 0900
gz 00l 355 gz slolid gy 5 ol I oe, 3l Ll bl co MLPA _cans¥6 Wl s (sl

MCV fl: >80 <80 <8 <8 <8
MCH pg: jET 27 <27 ¢27

Hb HPLC: | A A A
A<3.2% F 0.1%-7% A,-,<3 2% Ag3 3%-3.8% f' 2%-16% Abn. Hb
A>38% Az43% A,
J 17 L
i| [ZnPP/Iron] @order-hnc A2 J
Riof
& A4
Nor-mal fi-thal Abnormal Normal wpratiorl.12 Sickling test
ﬂ DNA analyms
Deﬂne variants by||Iron deflcmno,q Globm chain
sequence anolysns] synthesis Gﬁ Thal | Negative | |Positi
— or a-globin
analysis |
FuM‘hcr‘
o-Thal I—' : Inv
o~ & p-globin

gene analysis

Yi |2 5

(6+p-Thal) GSB-ThaU (Nnrmal Hb A, p-Thal)

Y5 U

e

Solow oloyd

ae oy sl 1 gl a8 aiS o il oy o] lade Sl Sen 93 Gargad plKin s slaal g3 il o 4

ls if anT

V55



et g8 b7

\FY

Wgkio (09391 S 59 b i b SIS sl slow

(Beta thalassemia) oYU Lo

Normal Thalassemia

RedBiood Cel

v
... S ‘./Wn”mowc«- " ” ¢ “/whnafoodcdl

°e e .0

"G z “ v
¥'s ¥
B-Thalassemia

Microcytemia, Beta Type *
Mediterranean Anemia
Erythroblastic Anemia *

o

o

o

o

LS)L%! W93

JUab! jamasis 5o 0 (3155 Ll 5 LS pol by Jits 5 oo &y50 4 13T0 Jlo 50 1 Gudsl (sansVl
oY b @ 05950l oS el T35S g3 1y e 5 2005 o | ilew I T 5 (IS slapl 4 1Sl
Lol 555 i3S (s )loss e o L Do (50,8 T gtz 0 @ 5,8 LIl yo loj lam o 5 a ais i o5l
4 Thalassa U o3y 51 (cowVb .oiwlidie boe i) oG ol a1y (gylo (T 055,00 45 0,5 g |, jicaias
ol 0al 4385 55 i Heama g Lo sbine

@bedssle Jsl> (93 303 slaJoalS 258 o0 (gl gen adgi oS 4 e oS Wl s (S93 (5rlem (VU B
el oad S5 o o (g pef Crend Sy g (g n Seond Sl gl gen aied (glSgen ol @
2 OeSTLad o lo 1) 2S00 glaslS 5 (28 apSTigo 5 (et 4 Jlasl Colil ol b op il cle 4y slS'se
shadsdS G 5l o 9bio0 (5eST JLail 5 slgen 5l anuSTigs ()8 ol laz @ i 5 aBb oo 3L Loy,
Seben 1S5 el jome (nl g W83 0 wnST60 ()5 W ) 395 Slr g oud laz (5enST 28l @ (0 5nST (Dl 558

5 Wil 0 pey 59 IS maslSsan ol oad Jate o Sy 0 0 4 45 Sl siin b o) ¥ LIS GaslSsen
0 S St ol 5 )il 5 Wigd oo gez wa b uxly 05 90 Cal (mglSgen JLSLu )3 a5 aBb oo by 0 2 90
cp A VLS 5 0 F g AZ 5 A (s IS0 s o)l 158 slaiiss g0 V) pgises,S (59, 50 omslS L
IR ISRV IS PO RPIVA SR BVA VARV

Cude 4y il il ;88 el ()lans Ay s oo (sl g S s Sty Se SlaSsFeS 557 b eVl
Sty oW lails (550 il o ol €55l laasgaze ) ;o 5| Setodligyoms (soily oo slocs lowe
3 oo Gl (B EMSLie 5 ploFial o515 28l 5 ag s (S 5 )lo)l Sabs g ogas

1. Cooley

2.Lee

3.Cooley’s Anemia
4. Rietti



pow Jud

ool j5ine (oo VU Bl aLlls 092 HBB ()5 5| (o5 o 5 a5 (olin )18 Cglae pg558l & )l5 (6551 (oY
Ohlom (san )3 (Jg 90500 Ol | (oW Ly 2 (Goe slailis 5 DDl 4555 g (L5559 50) JBU o3l cnl 5 950 o
5 oelize j93le (oo WU 1) (g )lom 9Bl a2ls 929 HBB Cgne ()5 5| (5 99 2 5 Sloj D930 ovalie (G950
§ M S 0 D959 58 D)9 45 31 929 (an W 1 (6,503 55 05800 oualie SN (nl 5o (sad e
g 9 9l Lo ()5 el dses 58 Jloyi ol 810l 395 ol ()l DNA Jlisle jo alisee adly > T g0 adly,o
Sy oV Ly (55lem 53 000 (S hloy (i €55 4 (oo VB Lo 50 ()lon Dol 0Bl o BB D jge 4 Lo
48 Gloj e 2ol HD A g (i 5 atelics B 1) Gz ol 09 o Glie 4 maslS By 055 e gz &5
99 31 2 39mt reme ciliio Lo dtelica By ez o HD A n a8 el o8 g0 4 S 1y 55
G ygsle s ¥ oas o Dle Lulaly 1) comWB Lo 55l e 3525 41 1y ooV lgil dly o oS 098 o BT g Bl
S g0 el ygin ¢ e i

s93le oYl

Sladlo 5 G @2 4 S 505 ()9 9 WS (o0 8 HUEI a2 Sl 58 Voero (VB 5l £53 cnl 4 D (S 058
Ot S 9 605 L Gl ja3le (VB 4 Dis S1 31 50 398 00l (Slo g0 b lailias 5 (ol @idle i)l 095
O A i (Sls 5 (ASul (e 580 5 (S Ky @ (lgiee SN0 @ode sl e i i g S Jlxb
B7) &g Ksisan Oygo 4 jgile sV o)l jlowr culih) 35 s o Esb ;0 1Bl ol ilew 5 cdm 13 0,5 o lal Slaal
Igoc> Hb F g (ino So3) o5 b e 4 Hb A 0o )s ¥ g0 o131 ol ;o Hb A2 olie ol o B B0 LB
D9 do 0> 8k Jold Lo cnl (leyd S (s 9 s ey D90 )3 Vene 398 pidle aBl oo 2o )3 A0
Ll s (2L5sS ee Vsane 005555 &y50 Glilen slr ploys azpliz adlss (o o8] (2ol (ol L 5 plase
S dalg> oyl

L yly) coun¥U

9o d o3 Sk 4 plleny Gl sl e gsle Sl S i Se3eS Jlard eV ) g5 Cnl Ol
A5 (S g S (69,5 031 )3 (Sl @Ble 318 sg2g Sl cnl 1o (95 el Sl (YL S, Lol W)l (5L i
5 s ol slaier s by o5 Jl 5o Loe il can¥B 5l o ailn (Sl (e gbs 215 5 Jlxbs
S8l cnl 5o 05 ge 0aeli 55 oS pe D559 08 e (e 4y 5 WSl oo B p’ Oygo & o] sl sen caisiy gdls)o
il o do 0 Vo-Yo HbF g 0,0 P0-YO Hb A 5 aoyo ¥ 590> Hb A2

“tapad oG B b jye oG

o by (5095 0hgs 50 9 MBloe hedS g (Fi o Lalas b 958 ced o3 (oo (oW g5 Cnl 4 (LD 5o
S8l ol g2 09 e 0 (orlo el slaplssiil 5 0y gy (09 WS 5 (FeFeS Glds o g plled O]
38l ol g0 0yl g >y e coligs slm B BO B [3+ @ lisee cdlo g0 @dlg,s ol D59 ,00 D je0 4 ol
G o 5 4 03l 3 A GF 5 A2 lagimglS gen Cond Gliee 0580 osalin F g A2 GglSsen 15 (52 (2l
RPNV IS A PIWIRR S IPRWICR VA

1. Major

2. Intermedia

3. Minor

4. Beta-Thalassemia Trait

ls if anT

\FA



et g8 b7

174

Wgkio (09391 S 59 b i b SIS sl slow

=l igd e adgie (g )lemr al L oligs (lle aiVle oS ailse S95 slas Lo Sl 5l (see VB Ly (s 5le

2955 53 Sy wnlp wilioe Jals wip 5 bl (Byd iz 5 55 50 5 Bl Jlad 5wl oe slaysiS )0 g len

sy slazs; alolis bogs oo Lol s3slsilon sla asli Sl s K8 4 J3U slags) sbolis b coslaiine
Do pasis JoSle logow, 2 b1y gy lagiez olgi 0

Solow Cds

OmslS sLag ol adgs (nl )5 g Cenl 485 13NN pg5e09,8 olisS 593k (53 SladeP Djge 4 (VB L (5
05 Wb ol Jl ol U plagy ol Jobo 50 a5 0,5 518 (8 (yskes! 5 AY) Gy LIS (8) Lo (B) Ly il
w2 5 5oy 0hed o oo LI 05 s 958 ol 5l e i le gl gen 4 5 935 e s Shsy 0o 52 S oslens]
V2 ©ppo a1 FirmlSgm oaijl amly 05 it oo 00mal F rmglS gt 5 il g gl gad ol 0 45 S o 0 (o
ablse 0y (T oaijl 0oy 05 5 955 50 000l A (nglSgem 5 99500 Gl (JLS 50 5o by (5 Bl 50 Oy

g se odeliAg (s IS508 5 9l e 008) Gl el amly 58S 55 e Ol TR 50 555 Gmslsee
$BL Sy s ailey p a5 0l usSel oS S L LCR (215 6l 4y (6,500 4ol S (ouVB Ly (G5 2dlS
05 50 Uit el 00 e 5 ooV Ly (55 oS Sl g S o oyl 38 yaslS sl switching g Ly
e Gl Ly i sl suge p 1) Gl gen oaisle Ly (slao josy cSl HBB ()5 95 o0 (oYU Ly s HBB
Sy @b e 8 sla ool jee 2alS (malSgen (1358 (ST D90 )3 9 09800 63 e SlapmslSgen 215 4
s ol b SpeS & e o 353ie
Lrer [ 9 [ e | o | & | ¥ [ s | B |

3

Solow s
=S Commlez 3l g s Gliabl JoB (oS50 g 508 JoulS 20l (VU alRitslesl slagmrsuis
= ¥ . P . N Sl - E :
Oonglgen 5 jap sl sl bawgio oo pn (Sojglgilen glagasll jolie g pSojlal aiins Jloyes
5 elwlid sl oYL 55,0 5l CBC G5 MCH g MCV jyolie .ol oo som a5 2503 (sla JoulS Lavgie
ol o535 313 65 JUsk
195 oW Ly 5l Las MOV asls sl Vo0 fl lude 5 ail oo joime ooV Ly & SoSin 8,3 03l VA A1 )
YV PE 5 ;505 MCH Jlacie 51 .0l o YEYo pg sgam oLl s MCH (s3slgilan asli sl Jloy e il
«.\.-.JL’LSA )s)l.a Ga.uyl.a Lu )‘ QL...; Yo-\Y pg )L\.E.A 9 )9.H.A WYU L..a L \S9S.»..A .))5 ‘ML
HPLC 5 (sl gan 55585 5801 o (Lo slocens ail (ooil slags o 1500 51 (g )lom cnl (1580 pasets sl
525395501 sl (6l g 39 e alosl HPLC iyl Ygona 355 asein F g A2 A sbaislSgan polia 5 355 ool
335 SLaigzr 35 Gmesd sl MEbioe gmn¥B b LS F g A2 uglSyan e il 95 o plos] (eoslS s
0lee (Joile slacens ay 5l M

1. Gower

2. Portland

3. Complete blood count

4. Mean Corpuscular Volume (MCV)

5. Mean Corpuscular Hemoglobin (MCH)



pow Jud

5 09551 ¥ s HBB (35 auiS oo 05 1, aial sl VEF a5 sl isilS'ys V800 sgum by o5 JoShe Ssg o
el L 0 0 oMb gl igs £33 5l odd x5l oW Ly (gl gz JS 730 51 Lo ol cygyii] ¥
L oy Jolie (oolod 50 Ggmlisn ) ooVl by sl oo (55 Bl @ Lguyo bt 5l (o8 20 9wl oo
o bt @bl )3 (enVB slagiee (ST 0ebo0 ol (aa2 5 5l G @By 5 4e 5 (mgiy)) OmslS
ol 0 Bld Ojgo 4 5 olagiez bl wls 1) 095 oy slaiuz plsdl g aalsz @dlyyo Cons Jolai o5
Sy o bla Ll jo el plgdl JJo cped 4y g aib oo Do oy oed b (5,945 ol o)l 8529 bCumas
lios (55978 5ol Olnl Al sl isu )3 lagina (SaSTn 9 Sl Geen g S (o0
Sy Vo Lbas cwlond (355 Gy g ls 5 )55 sbys gleacils bl )3 j5ile (onWB (Slsl 3 (0 S
sgi a5 5,5 o, TVS TI-1 ) g5 o sl 35T 50 aulds (sl jigar 51 s o (obaisl 355 a1, 498 IS bk
Jlo—s @bl ;0 i 5 4y CD 39 5 CD 30 sl gz oo oo olaisl og as |y olnl )0 ool sass slo gz /Y
5 292 9 S-2) gl )0 45 500 wld slagier 5l 0gd e 0d ()bl nliz g (et andle Bble g ]
2 5CD 36037 gz (b )0 eizp 2,5 o LA IVS-5 4 (e 35 (650 Sl (5,0 ooz slaple!
13 45 a_tlo RFLP 3 ARMS-PCR .Sanger aw¥b by sl gz sariis s, bl e ol CD 8/9 i
Sy n oolizl S anits 150
Sslow Oloyd
S ol el il o ais (g hlans a5 (Sloj 098 DLl cansWU (g )lay Dad b cenlizie b Loy o g
e ol oauSadls slagyls Brae 5 Jlo o LY AL plual s o a5l sad S 5o Jg adleed
505 e Ly 5 by oo a ]y 0ol Bpae ol ail o3 nl (138 5 )0 w3lios B9 9 5 ealiS'y B
S5 B yas S w45 aiilse ol 5l b aulie LU g e ot O 5 S 5 oale sl LRI (i Sl s
mslin 331 il (6l Ll g (6)lgm 455295 5 (59, 03k 9 900 e (S Fad 4 e (S (S35 59 Sl el
Ailos p3¥ Jb 055 @) lr (i 9)lge (pan 5ol

ls if anT

\Ye



	00
	01-F1
	02-F2
	03-F3
	04-F4
	05-F5
	06-F6
	07-F7
	08-F8

