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Hb=8.1 gr/dl (11.5 - 15.5) MCV =54.3 fL (77-95)

WBC=11800cells/mm’
(poly =47%,L=49%)
PLT =250 *10° /L (150-400) Ferritin = 93 ng/cc (7- 140 )

RDW =27.5 % (10-14)

TIBC =312 ug/cc(250-400) serum iron= 63 pg/dl(22-184)

Reticulocytes = 4.5% ESR= 15mm/hr , CRP = negative

SGPT =160 U/L (<40) SGOT =107 U/L (< 40)

CPK =3715 U/L (5-130) Aldolase =12.2 U/L (1.2-8.8)

Serum LDH= 2452U/L Serum Lactate = 35 mg/dl (0-20)

(150-500)

035 (3N ;e Ol sl s gy g0 53 5 (s e
A odalin (g sl (gl LM gydew 5 A5 2 )]
0535555 5 L Ol s S e oy Jlazl L 5las
S5 Beomln s 5 ¢S pdul V0 mg/Kg/Day ST,
ola 33 51 das ok g5 o ate il ol 58 Olojen (23S
e sl (Sdest 5ty Jla il w0 Dle sla o 5T
) 3 1o S U A 53 I pen Ll A O by 55 s
+/0 mg/Kg/ Day 4 5,55« CPK s Jls 5 L 5 Ll 3L
(il g e LISl 5 Sleys 5,5 Ll esls talS
ol & Tsdzes 875 58 Oleys i dmy ola Hlga
Cand ¢ 3,08 o 65 6 S I YD & L5l Jl s
35S 5505 34y Sl plil ey 85 SN s
Oloren ¢Sy Koo oiT Lol das o aalsl |y 355 E aes
el 3L
WL

33 S5y ek iy 9 Ldd SNbe Cand Glay (o
S o> $SSTY el 5 St oTeas b
( Mitochondrial JU S se (slg slew Lol (sla il San

.Lzwa cytopathies )

1TAD Ol ¢ pola oolod (w3 yle 090

N P e A P N LB NI T
.:ﬁ@j:u)&.oﬁ.cdjluspdb)s
e 6 5l Jb ST 5 55 Oy o (Sl e Y
SN
,MLASAr).u;)\,aua;p‘;g;;gﬂgduﬁdl);u
.ﬁjbﬁ@a},;qﬁ.&s—;ﬁ
Slow (B %o

Cond e 0 48 55 oSl ol Wl A /0 s Sles
by oly Ulg 0sls s 5l S, 85,0 SHae
Cand Oy 3o ds s ola 531 (65 JSKin sl 03 S anl 1o
Al ES s 4y 4S o §g b Sl il Sy S
Ol jad (s by oy as 536 L3 ol B 51 aS” (6 5b 4 ol
uln}_”}_:sds\_;};r\ubpqus@ww
3055 S CU._}I Jlss 1 eslizul 4 536 &S5 S Ll uisls
el 0ol S g g 4 (59 B g > SOl
Ly i oy ) e 52 5l sl abla ey ol
ool 31 sl 558 (65 ST ol S35 ol (5515 5 e
£35S 53 ey el Bl S b oS Al 0 o puie 8
5 0 S LS A O calan 53 il 03,5 (o framed Ol
TLS” Llien 5035 3 5g5n 43 b 53 Lt 55 5 sl 110
e R ST S U R P EA PG PPR T o3
ﬂ;,uss\.m-v»,;Jw}ﬂéguv-m},\,g‘rs.:
& 5935 )i 38 HelS jlogy s Alan 3 ks o d otz 4]
S ey JUIST Claas! dlae das (o0 el Sy Y5
eI Lal + /0 Jloy 55 503ITE Y Sy Slomd ol Dz
o b Gl (sla ol sl (o ¥/0 oy 85 5 5 Sty s SB 3
3o S WSy 5 48T n 5 b 53 DTR Lyls 2871 28
5 o sl (AT s @ldsl e 5 SB O b
JTFT, PTH je35 i ANA & anti-ds-DNA &l
Aib 0 Jb i C5,C4 Csp Hb electrophoresis
13 Ol 1) Ol &S gl kel L5 0 5 36 SIGT

et 155 53 5 48 18 e o gl 318 5518

33 (9o dugd Jloyd — (Fblag Slads 9 Ly pale olLiS dlxo


https://jssu.ssu.ac.ir/article-1-1302-en.html

[ Downloaded from jssu.ssu.ac.ir on 2024-04-26 |

VAB

w9yt (05T b 0l yod G (T g0 3150 &G (S 20

L oSty (ol (5255 0y iy (Dhas Cand
kol e SISV sl 5 Sl o Sl g ers3 03 pa b
rp 3 555 Dlalllas .z s MLASA  pji
b ol ol & Calodd 75 (o ol (a55 5055
S Sl s 5 3293 gy o2 5T i3l 05 53 8 gl g0
3313 5 g3 smas S (855 05 o) 45 Sl (PUS)
Eel 656C-->Tawl Gladwl slulr smissense 0wl g
RNA ¢ 55T ool 31 Jome o g aistls 0 5T 0 o5 L5 o0
S58551 Ol 4 L IRNA 8 5uds) 593 g 287 1D o
TRV G 0s 5 SIMLASA oy

Ayer g bis S35 gls 515 55 eds b me Olylen ST o
sokis 83 6,805 b sba 4l 5 odd i e !

a.)‘}SLi).sQL&J))‘;AQ}?)}C)M&\&QJAJ\{):%
AR

Cl 0l Cep
au;qﬁw;tﬁa@a_{wﬂ”ﬁlfLuduajté);
High palate <L (’}J—:l'.‘; cdlL&_..«}Jﬁ:ﬁ ¢ ok o=l s
o5 SLS| Causy ¢S 55 ) distichiasis s micrognathia
5 (ash o0 o555 Sole Lol 8 &S s ol o
31 lam 8 5l 51 S0 55l et 1 el
Vs o & 7 S bt
53 (Sl Che (B ets 318 Obes 513558 93 5
el Lo Dl 55 Glibed 5 48T o> 5 60 ey > L3
T 515y K

bias (Dhas Cand oyt JU piS stn S ge )
Sl pll S Sy e 4 (B8 el 4T ol Sy 85
2 ol Plde Cand odd S yme e 53 Ll s a ;S )
i otalie lal,

Sl ol 55 hae Cand L soley SV I (S s
sz 02 45 255 (oo (B (D s 5T St
(53 7S S S L 5 andls oyt iyl il e
LS peslgbl e 55 8 e ST (5 JUuuS e Sl 5o
L ol sla U s ol o Sn IS 520 (Slg oy o7

PRl Cu e S BB e 5o ol gl ST A

1TAD Ol ¢ pola oolod (w3 yle 090

S0 4 el I gl Sl o 8 55 51 oS g
i 3 s 53 OT 3o 5 S o Sl 1 oDl st
DNA I (MDNA) o5TDNA 45 Cul e 150 L b Ao
03 U i MIDNA § gonli g0 Of 5o oL 0 |j2ee (6] dazun
(A8 gn Jol CJes e s DNA 1,
O s 5 st G b 51 a8 il 5l ST 0 5Dl ) s
S o IFATP &) o 5551 0Dl (5 5T
ois iy 5 b o U e 09l 6,8 55 L slew 2 50
2 8 sl Le Gl g5 e Aol sdate sla 0S|
S 515 0kig ity T (a6 IS 20 (6l Lo
Vb Sl Sl an Cads  Blas Cans 10T Nl Sl
forb Ola) 5035 yiie (631555 0t SN S5l b
.c_u|ojmhgul:ﬁw\sﬂ}:j\.\&d}\;”.u?j\ﬁw
ﬂf)’Jli)'\S}::‘@\iW)’hW(’w&:{ﬁpf;\ﬁ;&
ol ) A4 0T e oS Wsd

O gl SS9 5T Sl (S Ml 5T 2 jan ()
el gl ST @Dl (GB35 en 095 S

SV el (G505 St s s e (Y
f ok LS oy T (s (B ol S 1o S 5T (Y
o) e (e 3 s

B oLl (S sn 523,087 ¢ o )T B (F

Sl Sl BT S I8 SIS i (0

s S 58 555508 S A8 (F

st el SO 30 s bl e iz 2 ol 8 (Y
0355 318" a1l ¢ I gla ¢l ST

IS Hleyl s 1S (A

Py e T 201l s (3

Le o 5T (i ol JU S gt sl sles et
T (s 0 25 b oSS (5,5 05101 5 oS e
G sin (6l 5ol b5 axlllas 5 (6)US g1 DNA (50l 5o
COT cmals 3 b wlinle 8 Cul So S O Sy Ko bow g
p 3o el JUHUS i Sls (ke i ol 15l &S

Sl e

33 (Sgho gl Jloyd — (Fblag Slads 9 (L pale olLiS Al


https://jssu.ssu.ac.ir/article-1-1302-en.html

[ Downloaded from jssu.ssu.ac.ir on 2024-04-26 |

vaE

iy b 49 470 001 (55 0 Lo yhaxoctuw JI73 (g uoly 50

S b S e ol LLs 8 0986 CPK b 0 a5 50
L obeys St i 5 5555 L dhiae Ol 045 B3 b
S Al e ol 685 05 Soslita b g S g 53 Ay g 5l
(555 alllas) G35 patnis Sl b ey g Sl S
o i) SLa SaS 5 ()IS s (5L 0 5T (-8 o5l
Lo o 53 liwbie a8 (y 55 501 oSy Ko ¢ gmits

.J;Q)ycd,.m.:i

References

1- Richard E. Behrman, M.Kliegman, B. Jenson.
Other microcytic anemia. Nelson Textbook of
Pediatrics, W.B Saunders 2004: 17th ed:1616.

2- Rawles JM, Weller RO. Familial association of
metabolic myopathy, lactic acidosis and sideroblastic
anemia. Am J Med , 1974 JUN; 56 (6 ):891-7.

3- Casademont J, Barrientos A, Cardellach F, Rotig
A, Grau JM, Montoya J, et al. Multiple deletions
of mtDNA in two brothers with sideroblastic anemia
and mitochondrial myopathy and in their
asymptomatic mother . Hum Mol Genet 1994 ,
Nowv;3(11):1945-9.

4- Inbal A, Avissar N, Shaklai M, Kuritzky A,
Schejter A, Ben-David E, et al. Myopathy, lactic
acidosis, and sideroblastic anemia: a new syndrome.
Am J Med Genet. 1995 Jan 30; 55(3):372-8.

5- Bykhovskaya Y, Casas K, Mengesha E, Inbal A,
Fischel-Ghodsian N. Missense mutation in
pseudouridine  synthase 1 (PUS1) causes
mitochondrial myopathy and sideroblastic anemia
(MLASA). Am J Hum Genet. 2004 : Jun; 74(6):
1303-8. Epub 2004 Apr 22.

6- Zecharia A, Fischel-Ghodsian N, Casas K,
Bykhocskaya Y, Tamari H, Lev D, Mimouni M,
Lerman-Sagie T. Mitochondrial — myopathy,
sideroblastic anemia, and lactic acidosis: an
autosomal recessive syndrome in Persian Jews
caused by a mutation in the PUS1 gene. J Child
Neurol. 2005 May;20(5):449-52.

7- John H. Menkes. Metabolic disease of the nervous

1TAD Ol ¢ pola oolod (w3 yle 090

(035 S e s 53138y S e S e
Sy S 4 Lol a1l 4 5L e sl Sy s

33,5 o ST i Sl S Sl 35 S
s fed S5 8 48 0l S5 LS e Gl e Olays )
OLb dle i 55 5 Sde Spl8 i ge (63 5 Lol Ty (o0
S s e s la 5T plen
5887558 03l oy 4y i 5 3L p gl e Hlay 3wl

system, John H. Menkes, Harvey B. Sarnat, Child
Neurology. Philadelphia: Lippincot, 2000, 6 th
ed; 135- 147.

8- Finsterer J . Mitochondriopathies . Eur J Neurol.
2004 Mar;11(3):163-86.

9- Casas KA, Fischel — Ghodsian N. Mitochondrial
myopathy and sideroblastic anemia. Am J Med
Genet A. 2004: Mar 1;125(2):201-4.

10- patton JR, Bykhovskaya Y, Mengesha E,
Bertolotto C, Fischel-Ghodsian N. Mitochondrial
myopathy and sideroblastic anemia (MLASA):
missense mutation in the pseudouridine
synthase 1 (PUS1) gene is associated with the
loss of tRNA pseudouridylation. J Biol Chem.
2005: May 20; 280(20):19823-8. Epub 2005 Mar 16.

11- Casas K, Bykhovskaya Y, Mengesha E, Wang D,
Yang H, Taylor K, Inbal A, Fischel- Ghodsian
N. Gene responsible for mitochondrial myopathy
and sideroblastic anemia (MSA) maps to
chromosome 12q24.33. Am J Med Genet A. 2004:
May 15;127(1):44-9.

12- Corrado A , Cantatore FP, Serlenga L, Amati
A, Petruzzella V, Lapadula G. Mitochondrial
disease mimicking polymyositis : a case report . Clin
Rheumatol. 2002: Sep ; 21 (5):411-4.

13- Fujimoto S, Ueyama H, Mita S, Kumamato T,
Tsuda T. A case of chronic progressive external
ophthalmoplegia presenting as inflammatory
myopathy . Rinsho Shinkeigaku.1998: Mar ;
38(3):228-32.

33 (9o dugd Jloyd — (Fblag Slads 9 Ly pale olLiS dlxo


https://jssu.ssu.ac.ir/article-1-1302-en.html
http://www.tcpdf.org

