Ql—‘{u_) A.é‘:'ﬁ f"_l.ﬁ AK...’(JL: w’&.ﬁ}jg r.‘_;o_l.ﬁ ‘541;'99
ALY Sl AYAY Sl AV o e A (60,90

oYU Agi 5l S pasedd g glaoato 1lad; 3 melS Tl o S (o) 2
iélg} TPI J'Sb ‘ro.).:,:&): J)\;: ,:S: ‘Ydfwﬁw“dﬂf u.&.wﬁjsb
ymort@yahoo.com  J s Sy 5 bidnml 05,8 ( (S g0dKE3l5 (Ol 1 ghme (Goskinns 33

AVINAY : G pdy AVIV/E sl )

048>

N Solow ol 25 o e o AT (S e JolS OIS b ialS o 37 oS Sl rplio g i 5718 oy SO o YU i g e
Qleo sl Comazm Oloo 13 Jlowy Jl3s Con 5 ol Ol 3 1 i 2530 SLosiol s Gt 5 0330 Ol 5 s Sl sics oS sod 0 i Lt ]
el 630 Ol o VB Dby 5 bl L0 sl O (Sla g e s Bt o Al o Sl Ao e ST 0L 4
o2l Gl S bl o Ol 9 (Sopload Sl 550 0 45 (5 STha 3,5 00TV par YU 8 30t 0355 Covis 0 o 1 Sy 0 S0
sla i i sl 555l a0 Ollow 5 ol Sl gas SN 00 DU s S E ey 3y g L3 g 03,5 axl e e YU
S S el 4550 0 e 550 s ARMSPCR (sla ts) vy o510 O

29 e el OF O3 el i3S s ARMS s Sl aslizasd biel s a0 oy 1/Y Ol j (stidbato 3 s Y6 8 gt Ol sen 2laaidly
e S L sl e g4l s g sy OA Al Cons 4 Cile g 115 asle Lap s S (dops ATV) T0/) 00
s slaa, o IVE-6,5IVS-1 AVEI-1 slop tgaits S folis [ Lo gz Ao T4/0 5 b 0L |y £t o YL IVEI-110
L3 (sein = bl £ 47 1 Lo plrgmm oz s 14/0 Uisd o Jol3 ]y La iz oo W/ 5 s 1V/E oo IV o7 o8 indils )5
(s VW) FTY G5l S g il iy @plee Lo gz 40 il OLE [y oy WA 8308 IVSL= 5 5 oo WY g st B 8/9 &
sCap sitet 1 (ADPC) s T4 gz 5 F0lSaHo-1T (aulS alox il bagslS ol s o(Aous 1/9) Y4 00lS 5 (o3 0/V) 0 GslS
Llo b 4 il S5l (Ao )3 ”‘/V)rv‘fj; VE )3 g Epozee o bl oy (Ao 4 '/‘?0)’,:)'_};};‘,@);‘_/;{;‘-

Pl Comar 3 sl pde (sla g W3l o ooy 55 0 (63U 5 SUST o Sl Oloeis (sla gz b 45 315 OLL G35l g S 42eti
Ol sadbio 3 o Yl 57 I JEF il (S 48 5 s 0 s e S 35 n s 5 0350 oI55 oV et )
SIS e 2pe SLds Sla e s e Ol

ARMS-PCR (0lwij ¢ s VG Lo s tlSOBTs

Ol (K sk ol JLils (IS0 50 (59 5len s -

By (S ke ol K830 (S5 (s il Y

Olomis (S p ke olils Slolinl oy 505 paasi g 5 iy aasie -1

555 Sl S5 Sl S 05 0l el i) (J585e (S i DLl (S S5 Gl S5 -f


mailto:��

Ol VBl 05 G i v \

Gl 0L 5 el 3 VUL O Gl g
Lo o5 51 Jo asetd 53 g sk & 55 5 Obd
L o WUk Dl 5 ol 331 515505 57100 sl
oy g Gl 05 sl i g 8L ¢l
R 2550 05 peites 03503 il S s ARMS-PCR

il 3

R P9

5,3 VA 3l pj_ﬂ,; Vo0 sluss io g5 anlllae ol s
o35l VBl A Sl Hlas YV Jals Wsli, 5> 8
2 S 5 sz 350 (e e VB) ol 55 0Y
Ly L0l (Soley 45 Ly LS 553l VB Olley
i AL e el e S
o805 4 3y sk 4 05 Cbos g 5 0l 03l
S gos o anerl o O3 (8 e 5 Ol oy O
Sialesl Gl 4 (6 Ss 5,5 00V o 5l e VB
a0l 3 4 ool olSSleys & zloasl 5 A 0
ol s VWU GaslS A s iy 63 S
2l sHDAZ 5,55 xS0l 5 2l smed Ar sl 5, MCV
A s s 055 50 5 Slad 5 S e st L
S e ¥ e anVE ol U Sae 55 a1 R
EDTA slislis geslaggsls sld ) s gy 0~
a3 ¥ cles 3 DNA glAl 0Ly b5 s a8 S
A 6, 5l S sl
S K s, o5 de s DNA DNA £ ol
O35 e sk a5l b sl 2l sl o6 05
0350 =d Cgr Jsbw s 4 5 0 S50 5l Sl
e A Ladshe & G A3 GBI aie T a5k
23 fJS/(;L“ YOK WS, 543 e SDS 5 Vs S
by S il &gl SIS g 5 00 500 3LS1 (2] s
Sain 5l 5l ey 5 A LSl Syl Jy s 4 Y50 1

doddio
L el b g oS W3l S ol (25 VLY
3 VU (V) 355 on 3wl (ISl (50 JalS Ol
O T S G Sl s e Ol e IS
a8 Sl ol 158 Ls el 31 (e Jale il
(1) Clodin 8 VB b @ e ol b6 51
kST VY pisas S S 2 omaSl OF el 5o e g
Gl e Bl laked e el (S 5 03
S Ol ol 53 le 855 0 gaex 5 L s RNA
ol it o VB o pene 05 ol A Ok VO
Sl alacweme e Sl e ul i 3 Lo s = P S
3Bl eas 5558 bla sl s e il st
Wb s e g B o Sl sl 53 s
Lyl 51 ke YU 35 p5ed b gbla (1) ol wli
O s 5 (0) (Ao ;3 10) oms «(¥) (Ao, YF L5 1Y)
©) (1s,310 b 0)
R S VNG I S I [ EAPN [ i NP
Sla e 51 (o3 V0 gl il A3 o Dl 55
Lol el ol (35058 )l el 5 5 slos L
2 ()il Ao ALY o bl pla s OF gt
Sols Gl R (B e 55 e el J
Joel Ol 53 5l i 45 35550 035 (e (V) S e
S5 0l 55 VB s S Sl Sl5a Yo ssus
NN ERPN U PUPUNE IR W
(ol ol I8 ol LS O Olays (pKew slaay 3o
5 s 555 p3Y (slees sl ol 5 el Ll
S e Al
S sladlinl = 5o a8l 05 gl e ik
Ol o3 Lot 3 g 55 s Lol il ol 2l
Gadlaie Ly aglaie G 3 25 50 Sl g 45 551 Jlaz|

b e e a5y ol sl ol s

AY C)L'n-au Ay de)\.a.i Ak Sou9° ‘o\qdj JUJA ggé.::‘.kq.a Sleds K éﬁﬂ r}.\.ﬁ amb Ji.h}j-a’ g.;o.l.ﬁ /_54.1.::5-



¥ OKer 5 9ot5 o s S5

Sar s AY il o)l 7 Lll S e s ol
;lj_fdz;l._w Saz3 0 L 04 b Yo gl - ;lj_fdﬂb
Dy a3 Y (gl ol S Sl (e s VY 5 aids Sl
55 a3 0 e 4 Laa yad cadsl (glwand ol 6l
Lo el 3 :\J_fv:ﬁ_,.« Sz Y o)l >
Sl & 555 S Sl b sl 5 Wl 5o 5 G Sl
b sl S 5w a3 VY Sl s aids O LS Y
Slm 7 e 5 S J S sl S B S s
I E BB W asldS Ol slaw g5 b alNPCR A
sk o Jle S el 5wl e ol ARMS-PCR
sk QPCRJVUJ_J:;» N R I Y UN ST
LT3 a5~ PCR &Y pa e s o ploil 610
Aobes e Sl b 5 e 50l 550 S Ao 0 Y
S 3y pdee L sy Sl 5 el (5l ST

8 S o B e 2

bl
o Sl Ml ) e el 3
e Jlo S b &S 8 00T (e oY g Ol
4 sosled oLl s 4 oV a3l 51 Ju3 ol
S sla el Sl Sl sy o0 8 anxl e
s Ay A 5l S SMCV aSigls s )
il ;x) s ST VL A2 s 1S sen
MCV ,_&AA f oz 53 A S5 Lol s,
D T D T e L ANE =S
Sy S e S ST e sl el
Olge a5 FA 5 Kues Gl andllas 5l 5 s g el s
Ol e 3 i a8 b0 55 55 e e NG

el s o )3 VY Dl st > o VG g5

4 2l Ssa mla 5l e S BLsl ds s Ve J 5B 0o sl
Jsb 53 o5 dr 5o S wlol lis STDNA C e
o= ol Sl eslial b (6, Seslhl e gl Y o
o2t SV (VL sue 0551 e 4 5 ODYS YA
05 3 Jemen YF aalllas ol 3 dd Juol 0lall DNA
DS I e s e 0355 My sl e S

Sl s Sobe w2 3050 Sl Joee

IVSI-110(G=>A), IVS 1I-1(GDA), IVS-
1(G>A); C5(-CT), C8(-AA), F 8/9 (+G),
C16(-1bp); €G22, C29, C30 (G=>), IVS I-
5(G>C), IVS 1-6(T>C), IVS 1-116 (T>G),
-25hp del, -28 (A > C), IVS 1-130(G~>C),
C36-37(-T), C39(C>), C44(-C), IVS II-3,
IV SII-705(T>C), IVSIl 745(C>G), C 25-26
Cap site+1 (A >C).

s 3 sl Ly QLT g oS Olslas 3l 5 2 sl

Al S 05 S i ez ARMS
s ey Laasas oL (PCR Lyl i 5 s ol
s Sy G—b i =YY I, - ARMS-PCR
o33 7 2 WS PCR Lol 3 5 La el I s S50 3
w1y Soa YO oo 3 POR 2515 .(4) ol o
e IS Y se e VO 5 VX 3L Juls PCR s
Sl Sl S 2 S e S T e s
S Sl Ve S Ye el S oy
Ay & 5 dTTPAGTP,ACTP,dATP) dNTP
=15 (0=l =03t 5l Tag-DNA 5
Ove Ls Ve Jlode [ieSTy s a Lgnl )3 3 - lade
bg0) S s s L SIDNA . S LS
03T L Y0 ol (Ol IS gl oS s

AY C)L'wv-au Ay ‘5:)\.«.5'4 Ak Sou9° ‘o\;.dj JLAJA ggé.::‘.kg.a Sleds K ;f;’:'f; r}lﬁ amb ;;:.A}}’ g.;Q.LF 1_5“\.1.::5-



Ol VBl 05 G i v ¥

UBUJ &4&.‘_).} ﬁuL‘/’L:aMJ @&L@dap- L;r[}//.ﬁ M_)J_;J;Péf ’ ij-’b'

S STXPIEE (G151 A) 25
IVSI-110 (G 2A) T\ Ya/0
IVSII-1 (G 2A) Ve \Aas
IVSI-1 (G>A) Y \Y/4
Fr8/9 (+G) v W
C36-37 (-T) v W
C5(-CT) 1 %%
IVSI-5 (G>C) ¢ YIA
IVSI-6 (T=>C) v Y/4
C29 Y V/4
C30 (G>C) \ +/q0
-28Mut (A>C) \ /40
C25-26 \ /40
Cap-sitetl (A>C) \ /40
edisanlil Ve A
- Ve o Voo

La_ie> 2w 51V SI-6 .C29 .Codon30 IV SI-5
Gla i Aol LSas 1 b it IS 1oy VY s
Cap Site +1,C 25-26 -28 Mut (A—C).C 30
La g ol B oy p 05 50,8 &5 3 Ladh plaS s
Lol 51 a,158 bkl ST 5305 0350 550 slajigr 55
o Lo g opn AWV azms 53 s S 3
p3505,S VE 53 bt o3 WY 5 S asiie o505 S
s i sl i Sl 3 gamlio Ll 3L asisl
o 3 edal s 4 e g b Oy (sadlate s skl

sl o eJ)jTV 65)[&.@ d‘gu\} B UJS 6‘.&0‘&.&\

obal Sl el 5l oslinad b iom J8G 05 gla jieer
Ol o sasee PCR S YY gl i 51 S5 a sl
el sl (g Y 6 pame 3 5 bl e
3100 5 Ol e Glad gas 3 ool o 40 gla i LS
2300 g o3 5 (pasmas S 100 amVB sl

sl 0 03,551 ) Jgdr
lE i 3 5d e el ) sl 3 oS sbOkes
IVSI-1 S 1IVSI-1 0VSI-110 o by o La i
ERAVANFS SRS LV/A ¢ Shls e 5 e s e
SOV Gla i i 3L e o3 VY
foms Sbls i 5 o o o Coosas s CDsAA
s i g gt 3L e Ao 3 YV 5 5V SV

Sla i oS sk an Lop 55 S 56S et

AY O\S.m-ab" Ay de)\.a.i Ak Sou9° ‘ob.dj ;éh): ggé.::‘.kq.a Sleds K éﬁﬂ r}.\.ﬁ amb J:.A}j-a’ g.;o.l.ﬁ /_54.1.::5-



& OKer 5 9ot5 o s S5

S Ol V5 Oleis 3 o YU (ool Caeds 40 (sl igm Jlsl5 (st lio Y sl

e ol Ol At 3 O O Ok oo OB

(n=1e0)*  (n=r)  (n=veg) Sbersh  (NEA) (N=YhA) (n=73) (n=r\t)
(n=)y)

IVS1-110 (G>A) Y4/0 11/0 o/4 VA/Y Y/A VO/A \W/A

IVSII-1(G>A) A YWV YNV £Y/0 VY A% q/8

IVSI1-1( G2>A) \Y/F AA AY v/ Yy YV

Codons 8/9(+G) SV /A NA 7% \RYAY% VWYY 4/¢

Codons 36/37 (-T) g1V TY/A N

Codon 5 (-CT) O e Y/0 \/¥ VA

IVS1-5(G>C) Y/A £V V/IA £0 AR A% v £q

IVS-1-6(T->C) Y/q \/0 Y/5 Y \o/f 4/¢

C29 V/4

Codon 30(G~>C) /40 Y/¥ \/§

-28 mut (A>C) /40

C 25-26 +/A0

Cap site+1(A> C) A0

Codon 39(C->T) Y/t

Codon 44(-C) N2 /N0 \/¥

IVS-11-745(G>C) \/$8 Y/¥ A7 \1A%

IVSI(25 bp deletion) SV Y¥

Unknown Arad YV V&V \7A WY V1V /0

Lol aJJj/’J_}J.}JJ oo v L@J;Pj 03 4 axlbo -’Jj"fjj‘};-’/mujfdé-‘ﬁbz“_}}b Slel*

5 e ol Glgher a5 gl e Gl e
o3 el OLE abilause 1 ol sl g b Solg s
M)JOA&MT@JQMW\V andlas -yl
Sl S WSy il ade gy 5l Ls i g
sla ig> IVSI-6 5 IVSI-1 IVSII-1 IV SI-110
5535 g 53 (CoT) 39 psus 5 IVSI-745
Ao )3 YA/O ¢ L IVSI- 110 g ais ous
Ol 53 BT g el 5 ol 0L 1y Gl e VL

T B =S LS P

- -
TSl G Sl aS el S3SS Sl oles e VL
Sol3S Ol mde gaiblie gla, pi S Lo pas Ol 534S
JHYU gu‘ﬂ.)w 64_1&.» Lgl.a)j,;ﬁ s 3 ] 0
O\ﬁlj.ajl.al_“JLg\}L:;.«.;)l_w‘oUﬁ);btﬁiijb_
v_,.ﬂjszur._‘:;)é('\) J_.;Lwﬂ CJ}L&L& M)J\' GY¥
f= sla g Wl & w6555 U gla g

AY C)L'wv-au Ay ‘5:)\.«.5'4 Ak Sou9° ‘o\;.dj JLAJA ggé.::‘.kg.a Sleds K ;f;’:'f; r}lﬁ amb ;;:.A}}’ g.;Q.LF 1_5“\.1.::5-



Ol VBl 05 G i v 4

Gl i doys V10 s 0BT (s 2oL IVSI- 6
Codon 8/9 (+G) 5IVSI-5 sla igs |, ol
bl = s Gl i i b i ol sl LSS
P S e
Gblin 53 2S5 ol wld 530S J b sr 5 op
W OLS 508 53 OF pand S (Sob 4 lipd o o> Jla
ol il o35 (V0) Jeso s YV sl s 5 (YY) s s
(VF) (53 3mm Ol 3 5355 0P T g5 sl g
(+G) rer ol oy VU g 51 (Y0) Olst
Olomi 4Bl g slapsssns S dwys WY 55 CDS8/9
03 555 e B s sloml el i cnl el
SHO A Bk e mld )5S (o 5 ope
3,8l o ys IV 55 ais aS YE-YV(T) 0508 g b
ool S sl 3 sl 3l A3 TYA 3 el s 4 Sl
) ol ons

2S5 T =lpl el 53 ol b A e
s 53t PO Esl s el e S S
Al e as e bl 5 Ol 53 5l slsyines
g 30 Gl g 5 0 8 SN (2
S Cin &S el O el b gasSS (Y1) 545
LSas 1 et opl gla g dao s VWO 5 (gaddatas s
55 amb i a1 48U 55 LIS e el cpl dons e
B i L e R T2 (810
Ao s3 AWV ¢ 5amma 53 Al sslaol LB Ol (gadlae
Ao s VWY 5 ad e s piyes S Q) 5 La i g
Al Bl asi Wbese ey SOF 5 La i oo
Gl mer 3 Laigr oS el 01 S0k G55 el
L SO ol Camar o 3 bl ea gy oliST, (gal5 il
o=l Sl Aab e oo VL el Sl g
il s gl S5 sl g b s (g5

Aol o (5o 2

el edd 1S 5 Ol ) 5 Ol gl 5 Ol
(o bl s e ol e Sl 4 1LV eY)
o5 @ b 5 ) 508 2 5 pe s
SIVSI-LAVSI-L gla i 0T 5l ey L
LS S L i e s YAMO L IVSI-6
(Fr8/9 ;IVSI-5) s —L;,L:_.J sla g il
W La e sl sl J S8 ) e ety )0 /0
Aoslyolanstl s a4 |y b g IS 5l s s

Ol (gadlain Cumarr oS (ol s ol SOL G
63 4 C_B\j Glalude e 5 slal mie sl g 5 me 5o
Sider il T s e sl i Lal o
A3 YA/O ol Shls Ol Comar 55 S IVSI-110
5 (V) deo 3 VO/A ¢ (shyls Ol Ol 53 A3k
(Vo) 0) il o Ao )5 VWW/A ¢ o shls el ol s
3ot Gl s Gl l e B 4 WY i)
Al Sl 2V e g Sl 5 S
033 o3 YO/A ¢ ot Ghls 4S5 5505 3 e o
Mo @ gt 5l 5 e slassiS Ole 53 5 (1F)
(OVAA) 3L e

Aoy VYV g shls olsws 55 as IVSII-1 S—
ladlind o J -t o o o dled Gl s Ll
b et e Ol sl S
s 5 3l S VST i (V1 OT00 04 V)
Ab s Sl Ghle )3 prames Ghexr ool s e P
Gl ol 158 50 sl Ol 31 5 asl el
IVSI-6 i sl mde gla g S5 51.0YAY)
Gadlaio 4l e LgLaJJT Loys Vsl js aS AL e
Eod L ool 5 Ol s Sl i opl A eds Ol
DS Sl g ol (NVYY) il s 55158 s 5L
o3 MO 5 (YY) sl ods 55158 50 s 5 oS
OA) doas o LS5 1 el conVB Obles sla g

AY C)L'n-au Ay de)\.a.i Ak Sou9° ‘o\qdj JLAJJ ggé.::‘.kq.a Sleds K ;f;’:'ﬂ r}.\.ﬁ amb Ji.h}j-a’ g.;o.l& 1_5“\.1.::5-



v OKer 5 9ot5 o s S5

alllae ol el slaau a5 S Oy (S
A oslem sl o mmme Jo Sl ol eSS
Ol oy 055 ol8Sla)s 5 Olonds Oliwl gy S 5o
ol St FU Ul Lo sa s (pe) e Js
Oblesy &S 3l fioman o151 Gl Sl 5 S5

2 Sl 055 glaal bl o

P
1- Weatherall DJ, Clegg, JB (eds). The

thalassemia syndromes. 4"™ed. Oxford: Blackwell
Sceince; 2001.

2- Huisman TH. The beta and apha thalassemia
repository. Hemoglobin. 2000; 22(2): 169-95.

3- Wesatherdl DJ. The thalassemias.  In:
Stamatoyannopoulos G, Majerus PW, Perlmutter
RM, Varmus H (eds). The molecular basis of
blood diseases. 3 ed. New<York: WB Saunders
Co; 2001, 183-226.

4- Guiso L, Frogheri. L, Pigtidda P, et al.
Frequency of delta * 27-thalassemia in sardinias.
Clin Lab Hematol. 1996; 18(4): 241-4.

5- Lukens JN. The thalassemias and related
disorders, quantitative disorders of hemoglobin
synthesis. In: Lee GR, Bithell TC, Foerster J, et d,
(eds). Wintrobe’s clinical hematology. 9" ed
Philadelphia: Lee & Febiger; 1993, 1102-45.

6- Haghshenas M, Zamani J [Thalassemia). 1% ed
Shiraz: Shiraz Medical Sciences Publishing
Centre; 1997.

325 4o
Camazr 3 Sl nde gla fge a8 by OLis G 58 CiL"
S 2580 o 85 5 005 oo (VL sl Sl Sl
03 Mg sl 8 jasls Gl aage 5 S35 5 p b e
Sypme i opl 6l 10l VB Ol Ol s (sailane

LS 3

PLSUPIERYY

wl.o oKl B3 p e Coslre Sl akew s p s

7- / Angastiniotis M, Modell B. Globa
epidemiology of hemoglobin disorders. Ann NY
Acad Sci. 1998; 30(850): 251-69.

8- Goossens M, Kan YW. DNA analysis in the
diagnosis of hemoglobin disorders. Methods
Enzymol. 1981; 76: 805-17.

9- Old JM, Varwalla NY, Wesatherall DJ. Rapid
detection and prenatal diagnosis of B-thalassemia:
studies in Indian and Cypriot populations in the
UK. Lancet. 1990, 336: 834-7.

10- Mahboudi F, Zeinali S, Merat A, et a. The
molecular basis of B thalassemia mutationsin Fars
province; Iran. Irn J Med Sci. 1996; 21(3&4):
104-6.

11- Dilmaghani S, Zeinai S, Moghaddam ZK,
et a. Abstract 29, 6th International conference on
thalassaemia and the haemoglobinopathies 1997
April, Malta

12 -Khodaie H, Zeinai S, Dilmaghani S, et al.
Abstract 30, 6th international conference on
thalassaemia and the haemoglobinopathies, 1997
April, Malta

AY C)L'wv-au Ay ‘5:)&.5'4 Ak Sou9° co\?r.'bj JUJA gé.::‘.kg.a Sleds K ‘5..34}.; r}lﬁ amb ;;i.h}} g.;Q.LF 1_5“\.1.::5-



Ol VBl 05 G i v A

13- Kiani A, Mortazavi Y, Zeindi S, Shirkhani Y.
Molecular analysis of b- thalassemia mutations in
Lorestan. Hemoglobin. 2007, 31(3): 343-9.

14- Kaeini moghaddam Z. Determination of beta
globin gene mutations in Ahvaz. Second
hematology congress, 1996, Ahvaz.

15- Karimi M, Yarmohammadi H, Farjadian S,
et a. Betathaassemia intermedia from southern
Iran: IVSIl-1  (G-->A) is the prevaent
thalassemia intermedia allele. Hemoglobin. 2002;
26(2): 147-54.

16- Atalay EO, Cirakoglu B, Dincolc G,
Atalaty A. Regional distribution of beta
thalassemia mutations in Turkey. Int J Hematol.
1993; 57: 207-211.

17- El Hazmi MAF, Warsy AS, al-Swaillm AR.
The frequency of 14 b- thalassemia mutation in
the Arab population. Hemoglobin. 1995; 19 (6):
333-360.

18- Adekile AD, Gu LH, Baysa E, et a.
Molecular characterization of apha-thalassemia
determinants, beta-thalassemia alleles, and beta S
hapl otypes among Kuwaiti Arabs: Acta Haematol.
1994; 92(4): 176-81.

19- Najmabadi H, Karimi-Nejad R, Sahebjam S,
et al. The beta-thalassemia mutation spectrum in
the Iranian population. Hemoglobin. 2001; 25(3):
285-96.

20- Nozari G, Rahbar S, Golshaiyan A,
Rahmanzadeh S. Molecular analyses of beta
thalassemia in Iran. Hemoglobin. 1995; 19(6),
425-31.

21- Yavarian M, Harteveld CL, Batelaan D,
Bernini LF, Giordano PC. Molecular spectrum of
beta-thalassemia in the Iranian province of
Hormozgan. Hemoglobin. 2001; 25(1): 35-43.

22- Merat A; Haghshenas M, Mostafavi Pour Z,
et a. B thalassemia in southwestern Iran.
Hemoglobin. 1993; 17(5): 427-37.

23- El-Latif MA, Filon D, Rund D, Oppenheim A,
Kanaan M« The betat+-IVS-1-6 (T-->C) mutation
accounts for half of the thalassemia chromosomes
in the Palestinian populations of the mountain
regions. Hemoglobin. 2002; 26(1): 33-40.

24- El-Hazmi MA, Swalem AR, Warsy AS.
Molecular defectsin beta-thalassemiasin the Arab
populations of Saudi Arabia. Hem Hered. 1995;
45(5): 278-85.

25- Ahmed S, Petrou M, Saleem M. Molecular
genetics of betathalassemia in Pakistan: a basis
for prenatal diagnosis. British J Hematol. 1996,
94, 476-82.

26- Tadmouri GO, Tuzmen S, Basak AN. A rare
beta-thalassemia mutation in a Turkish patient:
FSC 36/37(-T). Hum Biol. 1997; 69(2): 263-7.

AY C)L'n-au Ay 66)‘&-::1 Ak Sou9° co\?dj JLAJA gé.::‘.kg.a Sleds K ‘5..34}.; r}lﬁ amb ;;i.h}} g.;Q.LF 1_5“\.1.::5-



4 O Kan 5 Gt o gy S

Characterization of Beta globin Gene Mutationsin Zanjan Province: an | ntroduction to

Prenatal Diagnosis of Thalassemia

Mortazavi Y?, Taheri S, Derakhshandeh J, Zeinali S*

2 Faculty of Medicine, Zanjan, Iran
3 Dept of Ophthalmology, Vali-e-Asr Hospital, Zanjan, Iran
“ Dept of Molecular Medicine, Pasteur Institute of Iran, Tehran, Iran

Corresponding Author's Address: Dept of Molecular Medicine, Faculty of Medicine, Zanjan University of Medical

Sciences, Zanjan, Iran.
E-mail: ymort@yahoo.com
Received: 10 Oct, 2008 Accepted: 3 Nov, 2008

Background and Objective: B-thalassemia is an autosomal recessive disease characterized by reduction or
complete absence of b-globin gene expression. It has been estimated that more than 2,000,000 carriers as
well as 20,000 patients affected with b-thalassemia are living in Iran, a country with more than 70 million
population and great ethnic diversity. In this study we aimed to find out the b-globin gene frequency and
determine the spectrum of b-globin gene mutationsin Zanjan province (northwest region) of Iran.

Materials and Methods: 5527 individuals who were referred for pre-marriage tests to Zanjan clinic as well
as 27 thalassemia patients were studied. Altogether ane hundred and five chromosomes from 78 unrel ated B-
thalassemia patients or carriers were examined for b-globin gene mutations by ARMS-PCR and direct gene
sequencing. Based on the previous information on common mutations in Mediterranean populations 24 sites
were analyzed.

Results: It was found that the b-thalassemia frequency is 1.2% for Zanjan region. Using the above
techniques, the mutations for 90/105 (86.7 %) of b-thalassemia chromosomes (13 different mutations) were
identified. Fifty eight percent of the mutations were of common “Mediterranean” type. Of which, IVS-| 110
mutation showed the highest frequency (29.5%) followed by IVS-1-1 (13.3%), IVS-1-1 (12.4%) and IV S-1-6
(2.9%). 10.5% of mutations were of common Asian Indian mutations (Fr 8/9, 6.7% and IVS-1-5, 3.8%)
respectively. CD5 and CD30 and CD36-37 mutations accounted for 13.3% of the mutations. (5.7%, 0.95%
and 6.7% respectively) Mutations in 14 chromosomes (13.3%) remained uncharacterized.

Conclusion: These data suggests that the spectrum of mutations in Zanjan province differs from those
reported from other parts of Iran, but Mediterranean type of mutations are more frequent in Zanjan region.
Therefore, in order to save the time and cost, it is recommended that for prenatal diagnosis of thalassemiain

Zanjan province analysis of Mediterranean mutations should be considered as a front line screening strategy.

Keywords: B-thalassemia, Mutation, Zanjan, ARMS-PCR
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