[ Downloaded from labdiagnosis.ir on 2025-12-07 ]

i 9 9 1 JUE Cug> oo (9 520 9390 O (i y

oo 3T

ooy SH Al @
S § ol ) by 5

Sl o2 0 @
St § iyl by 5

&3l o ls| @

S § oyl byl

5 S5 RV 4 6L i Cusgias 5 (28 a5
S olislae sl (BB U slazs; glesjl opglive 1S9
S e olm] o 30 (S5elsiled e 5 iy

dgax YL aijp Clo 4 0l eeolgils 5l g L
ol s eV 4 Vs 1525 (gl N Y- -
WL eamo oo )5 il o | ool Ly & (g e o]
238 oo il 25 VL £0nt L gla 98 o lagy 4z
sl oS (gralsz p3 waz 3 )lp—e g 5l 6 pSmig nlpl
2355 Sl sl Codll jo Bl (gl Eoed
Syls 1,3

5 W55 5l 8 a5 Bl (6 UL 8 oS 05l e
00 oailiS ladal (ol 1o Mie slo iz (5,0 o>

o

Sylyg g 5l Gl (et 5 ole ateS Wbl (pl

|

&gyl Jd

@bl B3I Jlae 50 @
Sl Sii§ uatkio 9 (B lojT pole (ol 25>

Sl ailows @
S § oyl bl )l

Omwlyg 25 @
St § oyl bl )l

S
asll O Sadgen slas low 51 (S gonVU p o
(b gloasls Gl p gus ail bl g ol o
9 Ngdi oo ok abeb plierSs loatil 5 Sojglgiles

5@LJM)QIJJ)5LM5MW§L_~|)U;1)Q
o Judod g (s 0 4 5l g 0SS e oyl gloosiS &S
Y 3o bz 5 S 55 0 )ls ISl
S o bl oo (ool g 350 pa i3 slapn Xl 4 5L
9O Eas Dy lgn o Jusld slazlgasl ol aiile alse

S Gali.iﬁu)"l G SuSs &ds 5 LY sxue 3bleo
5 el (b i 5 Slej] ol 388 s 30
UGl covgame Jdo 4 b el )by (65 50 d g S gSin s

" b,lmﬁ—\i"" am) — Sl g bliwu:lo)i dollad


https://labdiagnosis.ir/article-1-592-en.html

[ Downloaded from labdiagnosis.ir on 2025-12-07 ]

Sads o ogmze Quantitative S oS
Al e ooV glgil oy sl s Ly g T oYU
(Y5)) 5,08,55 1 (6 e a5l LIS g Lo cous¥U

oYU Wi

Sl Wl o ooy s pas b 5 (2ol 5l 30 pjois (1
G5 M kg dw 90 Sy y0 iz b g Bd> L aS 0p S
le 3979 4 VP 053095 (59, 5 570 W]

05 485070 S p95909)5 2 (59 L (eu Vb 290 5 Ll
233l 3325 5 Acgarme 95 Jolw 1o 50 ac g3l 3
Sl pgiges,S <SG (59, 9 9z ee L 0 40 Hir &SS9
o S15BO 8L o5 nsls wgi pas sl 5 05
B+ i ool 4 ey 958 (slS jw 2alS 4y e
b g0 odpal

Ly 0 oy ol (25 b Voo (oons VU Wl g by (280 5o
D550 e o i i iV 5 e azlse LT L
o B3 b oV LT 3L o 31517280 L i o
Ly o a8 Jbo ot azlio 0 s Sy b g SzsS
8l o 3lis] glabais ol gz Ypane sVl

b e (g 5 i S oS b 5 WT (8L o
oz Jlael b 5 Cigie b 5 Shelo g0 40 Laib g wbly o
Wgh oo bawgio b i (Sg> o5 Lz ol 3

adsl slgialesl @S Gy jf (so¥U (B 5 o0l 2
s ool 58 o i sl e 1,28l awts 8 CBC
JoelS )l Gl 9 (i S 9 Sing S 5o
GBI L (coVB (1 50 oS (550 0 a8l (o0 351 308
e g ) o3 JoulS 5 led

iy (Bl 55 5)589 25U ialojl o HDAZ 1331 L
ol 8531 et WT Bl 511, 08,5 ol oo

L CBC laguSonl (o) » ogdle 5 jsliee (S35
)y s Mentzer juSasl alex 5l il glo Jso 8
S Sy ol 38 0Bl VY ) peS dlslee Jol> STg00,8
A e Shall oV 8L i 4y a3l

MCV

Mentzer Index=——
RBC

Sty e e olhglaie sl oddljgins utlage
@ ol gl g bz BU g (2l sl
ole Wy 5l L8 e a8 aSiil ao b 050 (slaoll Lo
b 4 BQA ladal p oloul b )55 (ggus 3l g sl 05,5
3318 oo olKitslo3] (]
Saa U

S5t slags | (Ml 3y90 (paiz g Gl adlllae o
Oloj y90 485 el 0l b 0025 (g0 )18 (gm0 )90 JBU &
Ml S)lge iz b azlge O30 0 a2 lrollivls]
Wi 5l 8 a5 oole ataS 1) 090 (0l (65K
&loysd iyl 5 S LU e (318 Sl )l
Vg5 5l gy modlgils nl Gl 6 calilislojl s (sl @odle
Coley pogdle b ogd Slu, 55, 4 )95 e ateS Jasdl g
8 5 s Slnn 27 5358 llizdla 5 sled o 51
Ol gloolislosl g jolie IS0 5 ral> wolgils 5 able
YWY PRGAPR I PRVERS

elil g 5| b maiets HDAZ igl3il: gualS colods
o

el gy g b S8l o 58 JST (gl gen S e

9)) psigassS 89, Dalite sl L mslS Lo w2
Ayl TG 5l i b ded g oo (5,135 a5 V8

Som g g b o S0 calise lyge oo JT ol
S e Sl glite i il slacale b ol

otz Al 55 sl gial S ol b s ol
Sl (crb o (slS gan Azl )0 g Wi o0 Sl (slalads
Olpts hol 095 90 & (Sl sl g5 o5 (nlpli 0 o
oS Ol 5 (Lo siuslSsen) qualitative a5
g oo (G0 s (B cowsYU) quantitative

ol s o BU 85 Gaalen YV - 1090 00 08) (e
Sax 890 550 Fee g a8 (0 (S ez 0 G oS

&l F97 05 sl lem riplS Glpie 4 (o VU
pac b g ymalS o le 4 Autosomal Recessive oy Lis
ol g o ool Lo b LT (5 90 51 (o ¥ pame o

vy

" %M—\i"" C)m) — Sl g b‘iw.:lo)i dollnd


https://labdiagnosis.ir/article-1-592-en.html

[ Downloaded from labdiagnosis.ir on 2025-12-07 ]

S 03l el s W 03 ez 5 (S oS (92 50
09 5 b CBC slo (Sl (o8 g ol
Ol gen 30,0 Y Lo ) izmen Sl ol jatr g5 oS
3 o 9 Sy 5989 51 yo Wy plSa 0 (Bart-Hbye )L
205 oo gl aJoolS” ot WL
2- o Thalassemia Minor
T jgie il ooy i ylao Wl slagys 51 005 99 35
Sl 3 i 08 Sy S s o5 b L
9-11g/dle MCV: 50-70 Fle MCH: 20-22 pg -y (yu09lS 5020
ool VL Jleyi 508 slaJolS 2yl 5
3- a0 Trait Thalassemia
5o il Trans b 5 €IS & a0 a5 Wil co ()5 99 )0 Lals
P93395,5 S0 89y > &ly slags o LAl 9o o cis el
200,08 590 Lol Cgix o jin 9 09— o0 Sl (——/a0X)
3Ll p33909,5 55 ;0 53, Sl > a8 Trans >
&5 ol o (V) el ol L 31 o jiées g (O-/-00) S o
Hb A2 Jg Ly J56 e 50,8 Joul5 sl LSl WT 5L
Hb-Bart 718 b 0 ogdlay .ol asdly ials’ Swilly g Jbo
Lo JsalS" E5b b a5 09— 0 00y 5589 58Ul y3 W5 L 5o
055 oY 5o HD Hgbliy 05 4y 5 ouds goxs 5,589 251 o
Dy g0 0 Qa‘m
Ja.wg.m GMYU Wi-f
9wy Ss> o5 L aSHb-H-disease )l oy ;o
(-0 il oo s gl 5 aw (sl ol jad gy )So
el 5, L HD-H Ll 5 295 00 032 710 5520glsS5,
AP U JP N M N PO R RN
085 olby—w o 3 olwasTHb-H-disease g4
‘aY 3o Fiy 0)‘\5 S99 (MDS)‘n)u\.—u NLA—M){MMJ\)jL&A
e o 00 GolfBody & 90 4y Jazwe o5
;o 0- Thalassemia X Linked disability syndrome (A.T.RX)
S116p13.3 Cand Bl L aS i & altanly ol oy ]
o 31 (6 lommr sl 108l (oo 3liS V7 39095 oligS (593k

vy

Sl 13 Sty Ssed § Sy Soe SloS9> oS
bl e 3l
5 sl Ve b S o slnis gy o Blae )
Syion patia i il
oo 5 5k kL (LI 0 0w b Caagonns Y
FE b aslas g arlw b oS (ol S5 5 Gls
s 5 Wl oV (3l 5 ] 538 glo g o5 T
il ge (Sl pasis LB g Jgor b
LLN:Lower limit Normal
ULN: Upper limit Normal

P&l S8l jausdd (1) oleid Jguor
S bwg )0 Snog S g b 95 o5

RBC Hb MCV MCH RDW HbA2
ool i l l l l T Normal
Jsb
t N | | N Normal
SR
YLy J36 T N/LLN l l N >3.5

bl 5 Coxdge g Coiz g (pw 4 465 LULN g LLN

9 g0 ozeins Jloy ol 3l 4y Lo

o53sS W MVC b e a5 e ils g5 sl
Vot slem o jl ol 0)le
alam 5 Gl L s, 4 HDA2 sl (5,5 o5l
Crlple el G g, (5 ES Jy Snduer )90
Y og0> HbAZ g3 sla (Sl o9 S8 in &0 4
972 DNA (o) 5 slacuns 5 998 o0 (B S

b oYU alizeo glgil a
Go.w‘)’l.? wid

Cgare lacys olosd 4 eV W b o pallas o
Syl (S

1- Silent o Thalassemia

" b,lmﬁ—\i"" Gm) — Sl g bliw.;lo)i dollad


https://labdiagnosis.ir/article-1-592-en.html

[ Downloaded from labdiagnosis.ir on 2025-12-07 ]

sl 1y eotin g Lwgie Sidsen S5 o5 45 0ol ol
’ R

Jl g se JKogidowlgla s Yoare a5 ol 3l ]
095 oY oy 2 sl ialesl b ey oass Hb-H amb
canrets (JsSge lagialeil 5 (Sl (5ol S5 5 (anes
)L»-»-A b‘)ﬁ‘ Qilen Q‘)S‘ U)‘ ).AJB ‘_;LQ:J}Jf 9 "\"9_”)6" oald
L agloe & ygo 10 b s dxiue "GO.PD" igls 4
g Ml Fe> oS Dygo 40 bl ge 0aiiS a ST slag b
Sl 688 el e Jloxbs il ol s Sy

non deletioned &,5—o 4 0 o) (ais a5 gol, 8l o
ol G2 (9> 05 bl or (B3> )

Hb-Hsle Sg5 o5 aLa> ;| Hb Constant Spring

GuF 4k DsSjgen (bl pan g edg (B> 2
.ad)la 09>

Sy a5 ol 15 Sl o VB W g5 o (o
A5 5 (e g) slaglessl 3 5 g GLdlies (S5 SuksS
Fhe i Sandy et 5 o WBLy 5 Wy 3123
A dplez SO

D55 500 (oxhad asil Gypo )3 k5,5aS asliy 5o
¢l slahis ig> g4 5l a5 Hb Constant spring
L jslate (6,588 dioS pyiome ol Kol Sy oo L
o5 —(Hb-H-CS) Hb H-Constant spring _l,s

w‘),a C‘j.b)‘ W.Lbj‘b O )‘ ol —)r 0)‘5.0 )\b
S5 g g cuiaid L ol 3l el _inle;l 4y eosS
‘U"J)‘)f LJ"‘ Y o)La..:) C5) 0.\59).; ) Mo \.\.:9.».;‘540 VN
5Ls a5 ol oo Hb Constant Spring <% 590 1
Al g 0j5lte 3)l50 595" (nl 00 I (595 B2y
ezl 45l zey 4kl o ol 4 1 (Solyls
oS s e by 5 Wy 51 LS e 55 S
el sousS

&,k p 0w b Hydrops Fetalis (gl -0
59950 Jbb et Ll o5 gz o el ol 3o
Sz sl sen g 4z 0 s Lill o, i m e
VB T L 8ly 0 505 5 wiaJgHbF L
anle 4y Vsans Sl (ul it g, 45, 5L
Solbo )3 D9—dee il 4 e 500 1 pgo
Oy oo taiun Jlad e 5 ¥ 12 a5 Hydrops Fetalitis
025 JB18 )3 iz g 3l plowl ey JS 15 50 B 08 3255
ol Jg e ol> alol (Intra uterine Transfusion)
S log: 4 e 5 55 Gy 4 aeally yoe BB LB

)ls (2BsS pee g ardl s (8

Loz Sonds 5T it 9 ooVB QL glil a5
Bl Coedl onWB Wl (guty dtws 4y a5

25 ol ey pae b yg3le (oW Wl () 0
5979 35 e slp Gl b lln s a5 &)90
g3 Mgio jg5le (o WU LT 0l5e8 ST ol o lge yo.0 )l
Fom Selw iz 03,5 09 o 5 Olgl8 SUS—tue L o393
S9)s0 O 3l g

Vgt ol ole by g SU aty g5 5,989 25U (glastalesl 5o
Slgi e Hb Bart o5 ke 5l aii o0 b Wl 86 s us
wlgs oo Hb-H-disease (s )Ly )0 g 00,0 8-V sq0 >
5 W jg3le Jlans Sl oty (95 j0 gaopo Vo Fe dgu >
Y BV g ol sy Al Gy i g L
Db ga 0338 3y (glS g

5 Whoy; 59 5l (oS HOF iz 90 10 Loy
0507y SgeS D jg0 3 45 0l o glS LS 0 o203 9
|, Hb-Bart ol 5 &5 4 cyeasls” LS —8L] yolie Jil]
S oo ol

O g 3l S 9 9w oy gk GmslSsen
ol et B LIS 4y 00

255 sheme (S5 Y (o (eSS sl
L g mslSgen 5,080 2SIl 0gdle Hb-H-disease o luliis
ez ooy Jol> a5 IS Og 4 50 3 la sl Cu)
crrits BB Sl il S5, b g 008 Ly aaslS 002
5l s 00 oS 1

55z 5l 05 4w g Jid a2 51 iHb-H-disease

ve

" %M—\i"" C)m) — Sl g b‘iw.:lo)i dollnd

o


https://labdiagnosis.ir/article-1-592-en.html

[ Downloaded from labdiagnosis.ir on 2025-12-07 ]

Major/p-Thalassemia (]

alises ol 81 jo Jglaie odle glyls al Se o5 ol
J3 ol 2)lse 5 (g5 o5 e cadlse 15T o ail o
5% 9 Find Wls @Blgo pan )3 90,5 90 (Sale A 5
kel 595 (6 e Dol b YU

lacigie 5 lidl 05 (o (S Swp S,
OB oS8 o9 ecdd g lpo b 0 53U S0
395 9 39 yd D9 o0 00y OB (nl )3 Cwsy (69,5
oelS Lol Jle 5l o)l g (B slags Lo 55
il sl e o131 ol il o Siee ey yac
15 ool lwgyls Bran 5 (55 plate G5 5
09, 0ae sl s lew slas Xy o (Iron chelation)

2 dalol ) Jgere Lo i EEUE'S

Minima Thalassemia

SolS @Me 90y 5 Jloyi cadgid b enWBLG e
5 Solsils anlllas L aS o (oSl o jaisie &,
(V) oo paenits BB S slatales]

el Ly cosW (Bl 2l oo ) sl Sig oS
@ Sl sle 93 S (68,90 ;0 b g diwp & lg5 4
plml [y oY lagow, 2 Oliee V o)lod IS 4 a2y
ol

HBS 4L 3 auda 58 3jkse Gaslisad §ygh fikH gl Jahas
HbA and HbS

HbS=30-50% HDS>50%

Solubility Test
1

R 1
(+) (=

Citrate Agar
Electrophoresis.

S g0 55999 Sl g LS Judoxd 1Y) o Lol JSCo
HbS 4>l )0 (2 il 5)l50

Yo

 a-Thalassemia-Hemoglobin Patters
Deletion - Genotype Disease  Clinical ~ MCV  Electro. % Barl's

0 ao/an Nong Normal Nomal -~ Normal — 0%-2%
1 ot Sient Carrier ~ Normal Nomal - Nomal  1%-2%
2 ot o Thal Tt~ Mild Angmia ~ Low ~ Nomal  5%-10%
- +foox o Thal Trat~ Mild Angmia~ Low ~~ Nomal  5%-10%
3 -a HbH Mod Aemia ~ Low ~ BatsHbH  20%-40%
4 wofe- Deahinutero Low  Barts >80%

() oo T £lgil s (Y) 0 ylosls Jgi>

oYLy slap juiw U

(O Al g9 g olasi 4 azgi b (g 5le (oYL o
S sle SlstoslSsen b alen Ly o Br L BOcn
Ll sl 5o s b oolyen b 5 BOIBS IBE e
Ly 0oy w50 (all S ol (Sglie pidle Wilgs o
00 w58 sl ok yo Wl 0 oy g Shal8l 44 ymie
Apoptosis cel pised goai b o wdlg )l 0o,
el 5 (ol 5o sl o5 yo Syl )
S e syl g o g oad
Minor-Thalassemia [

had sl g (Gl @l g (JB 03 2l cal o
aS a3b oo PP+ b o POIB sy Jai 51 g 005 i
o5 b ol 5500 Sholo g a0y glacigie Lyl 5 4o
gl axlye 6 Fad Jo>
p /Thalasemmia Intermedia (]

o o agie s o @le L oS o VG g5
5035 BHBO L g Br 1B+ 0lgs s sl S 5l e
L ol 3 gl bl 5Ll caas¥B WT L ol o _alS L
O Ol ($95 oF oo g Wyl 5L S &) @
P08 B 4l ar 5 a8 (o 90 LW BT
5 22U Jels db IS Jg 0 las 0929 0l 31
S OlgPl e (B9 e (gl DM 9 08
SeSh 4 e oS GleFiul (So 0z GlyFil
o Sow 03580 50 gl S—5dlsly
S gy Jomal dy S35 055« Sojelg, 9 M
4 oL 0 s (2)lse 5l pS—b Bgye a5 (3he
il oVl g5 oy

" b,M—\i'V am) — Sl g bliwu-}'lo)i dollad


https://labdiagnosis.ir/article-1-592-en.html

[ Downloaded from labdiagnosis.ir on 2025-12-07 ]

3500 DX 43130 XL sle Joe Genetic Analyzer
oolazwl MLPA 4 Sequencing oY gaxe iilss cqs
23,5 oo

Oy & oYU Lo 4 S (g (g )0
Sequencing s, 4 glabhis sl iz Lo (euiine
G (S 53 Saibge pie D90 )33 S o0 plox]
LB-MLPA 5, Lacsis b, jshie ay ccglaLais
5,50 (SALSA MLPA Probmix P102)c S oS
Genetic AnalyzerolSi_ws 5,5 o )|,8 cola il
N gama silss 23500 DX 53130 XL (sla Jue
50 .35,.5 oo 5l 3 eolai il 5,60 MLPA 4 Sequencing
Hlie 5,3 5 ot Ly JB6 ead (g 51 (S0 oS 90
= S90S 9Sihe 98 1l (o> oS 4 S oS
2585 oo 518 b JsSse lagiales] Jals

Jol al>po sl oad (B e (2o o9 )3 el
o 9390 3 1y oLl QT i & j90 4 3550 ]
Sl g logs S Sl @i g e o0 )l 5
29,5 oo Jlo )l (il

p3o al> o szl Cugz lodlgils (8 pme & j50 o
S g )Y ojleds o8 prslo b g 5l L3 anseas
(S LAY B VY aan o i 5l (608 diged (abilage
Slse o by (i thx slo ) CVS &5 o 4,
AL g o L V0w sgus o J pl 0 Al se
O30 dbgrye 55150 50 isiial O go a sl g
RPN JUNRIC SIS SN - KRS
a3 YUY il 0gzg o coe laal culs ) o jae
293 3 ) 6= diged sl dm g (e 5d i i
INCL PRI FPR

Jsl dye )0 Gz (i & 4z b olSsyle]
al> o 0 oas il sladis 5 b g obo, 4
w3 o0 513 A (s 0)90 1) iz Semdg o
5 5ol wiged (Sogll pue JLai 5l ligalel Jpa> cgr
5725 o ¢l QFPCR. g, i

Sl et sliin & 055 bl 5 ool s S0
plnil o yoiS” ity jo (SO S sbags Lo Cu e
S g ple 895 a5 b O)90 (nl 50 0e—S o

Woi 1 b (il 9 S 0 ygline L

L SNV CENPI | LI VD | Lo B DU 0%
Jolad>ye p3 abog o 0 (b, 9 s (—-I8L
ot Jol alo o o o lo o Jgv 5l |8 e i
S oles yo elynsl cdbgls 186 ol 3l Lo g
5 U8 a5 ol oS 1ol Sanl (T jl s
DNA o) 2 025 slogts, 05T 0l ploxil | W3
b o i slop 5l oS asiged ok 5l =

sga—> ,o C.V.S(Chorionic Villus Sampling)
VAL VO aan 5l i wgiel Gy 5lL g VY LYY atan
o, basaul by o Sbllas cul pdy Sl
Ple (5> Aged (555 sy 9 0k 5 %y O sleals
ooy, Lo oyl 8 e u5 (Cell Free DNA)
Abln iy ISl ol

gy 9 0lse

load By udbgls 5l golass (g9, p allie
o Sl 48 5 O g0 Gl W L8 e s
MCH. MCV C)Lg @u)fbc)jhm;‘;n)o S Cwl
Shgas ool 4 4> b jlas 5 o gj HDAZ 4
oliglel 4 Wy 5l G (anse i (gl (5,98 A%
gl se (Pyre

ool gl gl ¥ ojlab p 3 L (s
olZislojl 4 ()49 2SI g CBC Jolis Sg5 sla uSuil
s el a s azgi L DNAZ sl 5l Gy g ool
T 4 S gSin ol 3l ogas 10 095 oo pll J9SUge
g oo ool _wl Sequencing ybg, 5l T slao o
oS 5l eolawl L MLPA W1 5L & g0 50 owimon
Bi> oy sl (SALSA MLPA Probmix P140)
i 0.8 o plosl 5y Jleix] Soi adlsl

™

" %M—\i"" C)m) — Sl g b‘iw.:lo)i dollnd


https://labdiagnosis.ir/article-1-592-en.html

[ Downloaded from labdiagnosis.ir on 2025-12-07 ]

Gy ks gl aee Lol g ijls pas il cuigid
Sl gleys bdw codgame Bk 5l g ol e
S R S RE T

plil 4y olp—aoy (o LmLis,.iLz)'T 50,0l e IS5y
o5 0 o s pae b g Wgi 51 L8 sla il
OIS wgio b i G950 b iz g Sl
5 S5l ST 5 2 yslie o A ) el 5 035

s o eVl W1 o bdds )l gl &SI L
O tiloals &l g s & ygo dy i cplan 538
L as lacsis WlS 5o S oo HD-H g5 o5 o
Colie bailo (g5 Gy 45l w5 )lo 0529 B sl g
G198 9 (205 Slacadgase 5 (6,985 AleS Dligao 4
Sloys i jee joo pac babal, o gl (Sby
a azgi b Wi 5l LS (ansid slpiiay (5030, sl
EMSien ¢y 0] g )0 i i 2Ulgs pae
g on sbml (Flage SThe (o y5bine sl (S8

3L 89,50 s go 4 Lo )55 g Y le yo S
S o0 7o Hb-H-diseases| 3l o o5 55,5
Sollislel 5 jslive Sigy ¢ g0 Jlos b= 0 s
Conbad L a5 sl axlge olacosgame Lo« SU5
b jomma b g Wos 5l 8 anets sleiiy wly oo
O Wy Oygo 0 @S (Jb oS plaly gleyo

Sle3,l; o o elly SalSE 5 o5 B 4 Ay
ol )5 s ;%ﬁ&lbwlw@wé?‘f
.J.So)f ﬁji?m

Lol g b jlus! guin U

o2l et slabs, b oSl plasl Jl> o Slallae
NIPT (Noninvasive Prenatal Testing) 4_Lo> ;|
(o VB abox 5l (55 ST slagsjlo 4 e slagrie
P9y S e i S Dol o g plulis
Ssse B> ozl

ry

oS glal 5l Hge Gleys g Glaligs cul (58,5 Sl
st (TN o Sy HB ) 5B
slalon 6 8Ls¢ (ul 05 S ol> (g lolie—
STk o Lo by b d9d oo Jolt 1) Sgilia
Oyge d b yeiS 5l (Sp p0 s JolS Djge 4 laye S
b5 p Bliz) egad 9955 o0 g Sgue
Sz GPB (Shn & G (g slem (ASS &g
gl g0 0318 gl Jloyo ladu

slagylon (b3, lp s slag Sy x5
S 30 W5 5| ey GOPD o 51 55005 5 Sl
g mslSgen (2l polie ot JalS 0,5 s
228 oo Job (Sl S b Ygoro

S5 0590

M.CH; MCV sla ol b, olio 4 colic L
Sy slaggy gl S (ansis dieS (goloi—dy
9 —lid 097 praasie § (Sdlag ST S, b
g oo (e gyl npslive

VU Ly ) Syt glo LSl L ol 3l ogas 4o
Oheo 4o 9 (Sequencing) b Jls i e 59, b
iz b gl e olulds & cos B-MLPA LS
Flre e 05 omrn @l g 39—bss plidl o Jloz
o)led @3 LPND a5l &5 5o 5 Jlow) (Stdlage
Oz Cuxdy syt 9 0 3 SRS Wiged yslie ¥
b0,y Hskaie 4 g wigd oo ool gl ool 4y louse
W9 oo (B yre (Sl ST e 4y (2lsS 1L pgs al> o

ooV T 4y 5 5Sn (lo LSl b o3l pgas o
el b 5 g @t slacddo adsl (o 5l g 35
2l Gl slo e by 5 55 ot Iy ]
lacsis ololis 4 Cond a-MLPA s, L (65,150
pgo al> 1o plowl sloiin w95 oo pladl 105 56
Gl)IL pgd al> o 4y 5l pae b g Vo 5l J3 et
23,5 o0 el (bl STye 4 (alS

0051 ot o LAl o5 40 i 51 gl aSl Ly
as’ wo S Hb-H &y i MUl el aillgs o (oans

" b,lmﬁ—\i"" am) — Sl g bliwuj.lo)i dollad


https://labdiagnosis.ir/article-1-592-en.html

[ Downloaded from labdiagnosis.ir on 2025-12-07 ]

Y oosleds gy U

s HbH:0.7 ., oL Hb sMCH. MCV L >
5=UMCH ¢MCV L 1 4 HbS:18.6 ¢ Hb bart:2.3
Jguz) wiads (Byxe Jlo s HDAZ L g5 52 5 Y1 Hb
(F ojlas

Alpha MLPA L 5l o Sl ot sla jiolosl jo
Poly L) TS 6%, 50an (sla ez sl Lol g Jlo i
oa—i b 3 ;0 Hb S g 59 a5 T 5 50 (A
T il i 31 5 g L pnilSas s 51 BT o el
A ooy e as (-0’ /o) B> sl Jg Jley
Sy g B i g3 o5 53 5 g JL ez
D)ge 50 (G 65— Jeallygiws )3 ez (Jg o)l
Sy kil Gleys b lawgie (S90S b i Wy
@ Jg .0 0als PND 4 Ls pae cel 5w 8,50 G958
@32 g a5 b Sl bl egas cnl yo ndlls
AP el 9310 3929 WAl b lawgie S90S L
el Laogs onge 4 WJgv 5l LS

o -

)
S aignelng ]

&y 4 Poly Al gz i (1) S
W malS WT (45 Mo (ot 50 650 55090
Yz

Y oyleds (9 a

sz slls sl )0 6,025 SS9, 0
50,10 0529 (o Wgin 40 e CBb o il (gl lads
Dol @Lo)é Ny flqél Q‘j}gﬁ

4.._“:‘\) HbCS46 ))535I‘SJ‘ ).) u] 0)9_;7 u_>‘ )o
(¥ o,le—s Jga—=) a—ib o Hb Constant Spring

g Jloyo baiw pully Sl 4 il e

il O

Ol dread (Byme (Al 050 iz 5 BT 50
1055 50,18 ()2 9550 35 o

Sl Hlai b aS” caWU (g )95 aeS Slo STy o
Sl 392y Slaleel ool8 toas O Sy (pmanaaitn g (Sl
Ol O st (5135 g dalllas b ooty ] o Conl sl a5
ool (it el o) 95—l yiien Ll L
9395 5 b8 aeei jlaie & SliginslSen (ai i3
Al oo 97 2,5 4 Ay sloolig W 5l (6 T gl

CBC o yally b (g 09290 s JSTg 5 ol
o s b oS g a8 S 8 ol 9550 5568980l
@l g ool a5 s o ol )l cnl ulal  lagyl (o
Sdiged 5 9)lge gl oo (Brme i 5l LS (ansis
el 00 00551 @il gl Sauzen

Y o ylouds yurgy

MCV:59.8 s MCH:18.1 L 1 4 by J3b ogic & il
ol G (Vo leds Jgaz) wloai 3,20 YL RBC 4
g_)il 61>L> JSS”J dJa 9 00D ooy ‘leaﬁ I Al IVS-I-5
Gz g B s W05 8 Gz g wblin e g 00 el
O30 uj)).a RS 9 u.‘i)f rsl.?u‘ MPLA B (PR WA YR) t_g‘:’..h.m
e gl 8 s Valo o gl gy oS wb e as Ly
BMLPAHDA2 59: Jlo i d a5 1y 518,90 1l (0 50s
o 255,38 g5 Sl YD Shel> 52 3 28 i O30
Csls dg2g

@ omelS Ly 0 50 SHp (B Gl (V) JSi
V Z95 GBI 5o ©aKj9 b Wy

YA

0 ojlowd V£ Y oyl § — sl 9 8wy bo;] doliiad


https://labdiagnosis.ir/article-1-592-en.html

[ Downloaded from labdiagnosis.ir on 2025-12-07 ]

a_s SUPTSH,GTF2E2,GATAI,ASHIL KLF1
8l oo BT g S 19 pgeen,S wik 595l 55,
25 Lt 05 ol 9,08 gy cal 59, g ol s
sl gosls )3 3 e oo 1) Joa ID g oo, S
25 oL, beta thalassemia like phenotype
(AAN =N Y) StOP codon

bl g9, co-segregation test LS5 sla yioles]
Sy90 0,8 L ol,8l 8 e Cigid dsllas g oolgils ol
PND sasc a5l 5,90 cpl jo 0,00 Slgl 3 coonl ,Las
A o, oMb

O o los gy U

) 563)9_9 Sloal e 9 6)5—M5 JL5)" wl_u‘).:
Soge W03 50 et Ll (K iz g) 5l o—an

il oo PO L S lls (6,50 9 Triple Alpha
Ol 50 09 o0 Doy iz 5l (65 diged 03,50 (nl o
,oTriple Alpha g sl)ls S it j9b 4 Bl z4;
oS I o ol co PO Ltz S gl 55 5 Ll o5
00g0s pladl Zlgo sl gl 095 g A ils Jbo 5 yslS g0
(Yl o)LoJZ: J5~.\>) Sl

03,5 jor bawgie ooVl O)j90 42 45 o2 (53)l90 5
OBsy 5 Sy e sl PND sleiing (05,0 0

S92 3190 59) 4 SLa )55 b ol sl Culed o
5 eeisis E95 A azgi b (dlag SThe 5 o) Ses Loy
A 3ol waz 5 lae agi 5l eV slap joiw oigid
Ol bl (6,948 AleS g 09h (5,5 9l (95 Ly
aas &l ‘lem)liml) [E Rty

©&3)lgeaS (590 ;0 SOl gldne 5055 po nl 5o
Q5,8 g anled x>l e B 5 Vo le b gy A
ot olgiion aunl aisls e (3,55 4 alslg
30 g e o 00ld (gum iz (gl Wg 5l L3
SUaiil aS 00l o drogd bl a55,8 3L aSCS g0
assls 1, ngbw@yﬁfbém)ﬁﬂy
OB S (59 355,851 p O g0 (il jo g anils
wisles anlye g5 31 L

4

5 Sy sleolislel g cblage 35 50 (gl Gk
—He 625 mreal 5950 (nl 0 bowuslgiles
3l g 05 ools gi 3l L8 slpriny lgi oo Ll a5 ]
b jozme Ho9 SsSajgen Dyge ) GlE S
S B 510 )lse cnl paas (Jg aiiS o0 28l 50 Sle o
Pax Sl Jisal) S5 55 peeal glad >
4 ;L_s Hb Constant Spring (Hb H-CS) LM
Slep—in 9 2,10 9929 (93 Daw (SVsb g ), )5
ol o g il Sloyo Laiu

e
R LTS

v v S m m iy iy

—1
B
T T T T o

/\ N T ~ N\ /

Ny g /1N N\ N N\
gl Va7 T W A G WA B RV VAV, M ST
"R YTyt - — T

&0 4 Hb CS s (ausein (F) JSis
GBT o olS WT 5 (Mg comatd )0 955 jgod
Y ze)

F o lois cpmgy

ER T PRV X SUINENF
HBA2L ol 4l (o il 8yme coms VLT 4,
o 95 gd Lo MLPA 5 (il (o) 2 5o VL
ey 500 40wl o)lae ol ALl Bis g (glalads
(Y o,leds Jgaz) el aiisls 0929 5

Ohlews 465l o > g0 a8 5 & a0 Slalllas (o
Syl g48g Sl

<> ol o asAllele drop during PCR (!
wly Ligr STl Sass Bis 5 SNP S Wil oo
J=1e jlgs (hlew ol pogas )0 a5 abl ool i
o6 by a3 5T BT gz 0igp l (gm0 po s 1S5
b alsS Wi 5l S asas 4 5L pas 09y Jlo

Scrag S g Sce—ag S S92 50 520 ) Se (@
by Mo ol 50 HDAZ iz )58l

" b,M—\i'V am) — Sl g bliwu-}'lo)i dollad


https://labdiagnosis.ir/article-1-592-en.html

[ Downloaded from labdiagnosis.ir on 2025-12-07 ]

Y oyles zg3 Y oyl z9) Yooyl z9) ¥ oylod z9) O oylos 33
Hb )Y w.-l> 1) [\,.vl> \e. ,f p.:l> YWY p.:l> \Y.P f“"l>
AL AR VYLV BT VEA BT VYA BT
MCH WA ils VED s V4 pils YV il YO il
VALY BT \TARH] AR AR AR
MCV $ o Diils YA il $05 il V55 il YA ils
AT AR IR YE,V:GT £Y.Y 61
Hb AZ N [vl> A ¢ [vl> .\ p:l? oY p.vl? Y.\ p.vl?
Y,q 61 AARH] \,Y T A} N
p.:l>
Hb H: 0.7 51
Hb Variant Hb Bart: 2.3 Hb CS:4.6
Hb A: 76.0 Hb variant:0.4
Hb S:18.6
IVSLL e o s | mopdiomtb binls | [ 2 iem o e =
A N Lo 2 Ui 936y B DRese Syge 4TIV
wHBS ez gllsiels posijgre oy a0 e wlh ol W 5 s
IVSLS = s eils e e . sl 5 BB 55 g omslS Lo 3 SR o0
oz Ll iple g e Sse Mz ooy T AT sl 1 053 50 ez
O s o 4 DsSyjsen Oyeo 4T Hb Constant Spring <22~ & ;Lm G
Oeal W o5 50 OF 3> O e Dy & o IVSIL-1 - 1o 51
5)}“_5!&&.@?‘5\)]&:[51 u,.-}lfl.a.l-l _’ oz Ll
Genotyping Sygo 4 wolS L 55 50 VY GBds g sl B Gt s 1 T PP Dyge &
Sy Wl o5 o &sSajsze  Hb Constant Spring O o7 S0° 4z 5 ol B o5
< e Syge 4 YV B3> o, o, Triple Alpha
OmslS 0500 CeRjged Sygo | o &g o e e
omsls W ©) 2 =3 2 )58 W 5 50 0659 50
ks omsls
References:

1- Thalassemia Syndromes-New Insights and Transfusion Modalities. Zakaria, M., Hassan, T., Sherief, L., & Erhabor, O. (2023).

2- Classification of the disorders of hemoglobin. Forget, B. G., & Bunn, H. F. (2013). Cold Spring Harbor perspectives in medicine, 3(2), a011684.

3- Prevalence of hemoglobinopathies and hemoglobin variants. KC SR, B. S., & Gyawali, P. (2017). Nepal Med Coll J, 19(3), 121-6.

4- Global epidemiology of haemoglobin disorders and derived service indicators. Modell, B., & Darlison, M. (2008). Bulletin of the World Health
Organization, 86(6), 480-487.

5- Thalassemia: a disorder of globin synthesis. Sheth S, & Thein S (2021). Kaushansky K, & Prchal J.T., & Bumns L.J., & Lichtman M.A., & Levi M, & Linch
D.C.(Eds.), Williams Hematology, 10e.

6- Hemoglobin H-constant spring in North America: an alpha thalassemia with frequent complications. Singer, S. T., Kim, H. Y, Olivieri, N. F, Kwiatkowski, J.
L., Coates, T. D., Carson, S., ... & Thalassemia Clinical Research Network. (2009). American journal of hematology, 84(11), 759.

7- Haemoglobinopathy diagnosis. Bain, B. J., & Rees, D. C. (2025).Chapter 2. Page 75.

8- Loss-of-function variants in SUPT5H as modifying factors in Beta-Thalassemia. Harteveld, C. L., Achour, A., Fairuz Mohd Hasan, N. F, Legebeke, J.,
Arkesteijn, S. J., Huurne, J. T, ... & Baas, F. (2024). Loss-of-function variants in SUPT5H as moditying factors in Beta-Thalassemia. International Journal of
Molecular Sciences, 25(16), 8928.

9- GTF2E2 mutations destabilize the general transcription factor complex TFIIE in individuals with DNA repair-proficient trichothiodystrophy. Kuschal, C.,
Botta, E., Orioli, D., Digiovanna, J. I., Seneca, S., Keymolen, K., ... & Stetanini, M. (2016).. The American Journal of Human Genetics, 98(4), 627-642.

10- GATA 1 mutations in red cell disorders. Ling, T., & Crispino, J. D. (2020). IUBMB lite, 72(1), 106-118.

11- ASH 1L (a histone methyltransferase protein) is a novel candidate globin gene regulator revealed by genetic study of an English family with beta-thalassaemia
unlinked to the beta-globin locus. Breton, A., Theodorou, A., Aktuna, S., Sonzogni, L., Darling, D., Chan, L., ... & Thein, S. L. (2016). British journal of
haematology, 175(3), 525-530.

12- KLF1 gene mutations cause borderline HbA2. Perseu, L., Satta, S., Moi, P, Demartis, F. R., Manunza, L., Sollaino, M. C., ... & Galanello, R. (2011). Blood,
The Journal of the American Society of Hematology, 118(16), 4454-4458.

13- Weiner MA, Yamashiro DJ, Satwani P, Bhatia M, Neunert C. Pediatric Hematology & Oncology Secrets. Elsevier Health Sciences; 2022 Oct 20.

" %M—\i"" dm) — Sl g bliw.:lo)i dollnd


https://labdiagnosis.ir/article-1-592-en.html
http://www.tcpdf.org

