[ Downloaded from rjms.iums.ac.ir on 2025-07-26 ]

| ©)E3s)00 Allis

VWAL 65 5 55T VA VA o5led (VY 0555 5il) g Baisju alan ’=

oodl &.‘g:), olgpls 536 3940

Il e ol loyimsidliag loss o (S, pole oSl (faljg (sl (gylo mass b (535S (sl (ylon pamsite 5 sboliul (@B (3 ganid (X5

(gt ilgo) ] comly ol oy sibliny loss 5 (S, pole olStils (5355 (slb (6 lo pamsiio g okl ¢ § yoLidS JanolS” 5D

AANR : o pdy Fu,yb

s K (B ) Logil 535

ABIVD el > Fu )b

LXVOES

5355 5 (Sl ped 0lgd )3 g 03900 15,0 1y slens (i e 31 4l (o 51550 (Solon S adle Ky (s )lo e

Cusl 053 > SMA (Spinal Muscular Atrophy) S5

2929 DNA SJIUT plogl b o 395 oo w8y (yedla Kizdjg (55loss 4 Mive i35 2)50 S gy & lie ol )3 2ylowy (S yo
9 L;)I?)"-:’ 9 63])9_: 0)9d ) dM_aa.C Coxd 9 Lf"*o"" Lﬁlw)l) l; L;LS .\J))S 92 LS)A Y| [ PRy A.lb)f Qu] ui.».:.—\.”a » d)Lo.u

ol 559 F 2 (6550 g Cglie poigl (Silew o (ia unl 039 g3 dale 4 5> il )50 S,
1558 ¥ o I3 ol g3 Lol el osd (3158 d9m0 Jloas S50 43 (SN oy 5 Col glie Jlogigil (gilors () (5 g A

3 03903 gd dsliie (g5l L odlgils

oo pgigil il ( SISL jop SMA JsSge S5 S )le credle Sipdyg (s lass 10 0319l8

8 858 Y 039 03l 5,8 (el oS 3980
2 b S ddle g 48y ol b UL
)50 dgr ol i3S edlgils olo 1> pgd dale duw
555 I3 Slge S0l 005 55 95T o5
g onlly 2 1y SMA =Y (05 J1 (oS 2929 (e

S ol lew

Jlows (Hyxo

9 S YO+ 5o L sl ojgy S 5 dljgi low
Sy dm g odd slol pyliw plals loj 1 & oy
e ol (NICU) jiol o ©pis  pnnss
)5 Gl il gl j5 3959 9 y> 08
MolS'y 0351 (5l digus gl 358 9 (5 0> 5 4L
Ay (o0 Hl5 4 b

aabyal, § Slwd >p Y/ qa gle

'3

AoNio

Spinal ) SMA _elss Moae 3g
Ohyedy mld gylew S (Atrophy- Muscular
A} = . .
sla )low 95> ylow o RO S )lgB
> (S5 olej 3l 48 039 (IS > (49595 95,55
Cdy b (S35 9 (Sl b (s> 9(7‘;*55 E9
P8 ) 9 039 wglie Jlogigil (ilow cpl bles o
oedla Siudyg ylan U) g9 lon &5 ] s
i3 o e 4 (S ¥ 31 36 S e i

. ” . \ > - oo

o e g opys ool Vams Lo gy cigie |
P SMA 5 Sl s (g )laws (il (o)
Aol oo (Jdg0 Sy Ul sla oy by 9>
LRV o &y balp ples

Sobow o=l 5l ed9dxe (Slgls 3)lg 0 x> ya
Ay (i o pd 9 (S9gmn 4 Mise 2ljg


https://rjms.iums.ac.ir/article-1-1608-fa.html

[ Downloaded from rjms.iums.ac.ir on 2025-07-26 ]

95— (SMA) elss e Lo byl
0)93 5| 48 Md (8> (19)58 9515355 slos low:
5395 9 Sl pd )9 53 9 03D oy (vt
039+ glio Jlogigil oolowt ol Mhtlei oo 2ty
o=l 3l obow 0 @l St jomd Jl o 9
Maslie g9

Py Cr s o8l Sy L s)lew ) £
(bgd (Mde By il ey 9 ol ()l
D9y (s slod o (SMdem quas )low (il
2 9 039 0455 Wg5 Jlia do 3110 (g )lows o
" s o &) s Il

P Msls ol 1y s Jol dale ¥ L5 \JW
O)gmo s Mgl Gy (> Sl glap
U pgw dnle dw )3 oy & i OIS > alS
URVTN

S o9-Siger ol )l hlen 73 250
=V 05 5 Spesli AV sls Exon > 4l
03 &8y "M n 0 pyjses)S 59y SMN
Sy 09 WY WY pgi905)S (595 (S)lons St
S 0905 05 sl )3 gy s el
g s

e 5l ol (b g i g @l e > JISSI
3 by oY sSuld g (B9 51 alas 1o 10302 L
=5 0 S g 95l ple domale (3l s
Lol 0l 3539 (qms W] 0)05 o > 4y (gl
shos il sl g 4Bl yials ol S sl
g o ¥ 5 8 Spe Ml wly zalS | anb
03 00 5 Cgic b g oS )b e &

=V pasdi (( Solls modly abls 3929 (19
o Lol Pl ISite Jgl slo ol o s azin > SMA
W sl Jlb g e b ddien Jbs o

Ohlen 5 (pall> G 55
sl 3l ot 9920055 Ayl (Sl g g
5 ol iz B B15 5 35 Jog 553
25 T 4 g adsl gla ol s saalie 55
.39.3

9 Al Y¥ 2l595 ple odel Cand 4 b zpd 5
wlin LS?'N’ L &9 u_L.‘B .\J))S 93 Py hYY G4,P3,A4
A ) G bl S g 00h g8 L cwdlT Ly yiaand
Gl asly  Slols pod anls

ey dl )3 5 039 (hold Cons (Shls plo g )
Lol el dgpuice e oty (Slarogud )5 > g el
B dom pas g oy Lol 4 WWAY Jlo S5
Bl 00,55 a5 dilawlio a5 00903 oy

o dog bgodd aids Jlo g by dilee 4 dagi L
cu)u—g_‘a& LS)LM LL) dg—>9 JLA.«&‘
claasl a5 wi ploul KuwgShag xSl ola yioles]
o8 FLS Jolw o)low L sllas ool s &
ke 4 5 (Anterior horn cell disease) sl
cpidly 93595 DNA 5JUT ¢ jasess olsl cas
SMN -V 5 ;Y o)leis Exon S &5 uis plox]
by gy pdlly &8 > )F astine 5 0 LS )
S8 S (oMl Sy 9 0399 SMN 5 51 S
5 e polee S zos onl il e

4 0d s plogl ules clolidl pey e dilawlin
S 3153590 30595 5 jlon 0339 pley Capple

g sl slasioles] b

ABG : WBC: YvY-- /mm® (pmn =a.7)
pH: v/a Hb: \a/5 g/dl

PCO; : Yf mmHg Plt:¥.f... / mm>

PO, : oY mmHg BS =vyv mg/dl

HCOs : YaMeq/ L Cr =./a mg/dl

0,Sat : A/ Ca =)- mg/dl

VAR (63 5 53T VA5 VAs Les IV 0y93 15il) iTaisjs ogle alan

ZJ


https://rjms.iums.ac.ir/article-1-1608-fa.html

[ Downloaded from rjms.iums.ac.ir on 2025-07-26 ]

I il 53y (Solgls ol 590

.report. Rev Neurol; 2005. 40(2): 90-92.

2. Disorders of neuromuscular transmis-
sion and of motor neurons spinal muscular
atrophies. In: Kliegman Robert M, Behr-
man Richard E, Janeson Hal B, Stanton
Bonita F. Nelson textbook of pediatrics.
18th ed. Philadelphia: Saunders; 2008.
p.2557-59.

3. Daniels G, Pettigrew R, Thornhill A,
Abbs S, Lashwood A, Mahony F, et al. Six
unaffected live births following preimplan-
tation. Mol Hum Report; 2001. 7(10): 995-
1000.

4. Greenberg DA, Aminoff MJ, Simon
RP. Clinical neurology. 6th ed. New York:
Mc Graw Hill; 2002.p.152-54.

5. Robert H Brown Jr. Amyotrophic lat-
eral sclerosis and other motor neuron dis-
eases. In: Braunwald F, Kasper H, Longo
J. Harrison's principles of internal medi-
cine. 15th ed. New York: Mc Graw Hill;
2001.p.2455-57.

6. Gergont A, Kacinski M, Steczkows-
ka- Klucznik M. Diagnostic progress in

spinal muscular atrophy. Przegl Lek; 2001.
58(11): 989-91.

7. Fernandez- Torre JL, Teja JL, Castel-
lanos A, Figols J, Obseot, Arteaga R. Spin-
al muscular atrophy type 1 mimicking crit-
ical illness neuropathy in a pediatric inten-
sive care neonate: Electrophysiological
features. Brain Dev J; 2008. 30(9): 599-
602. Epub 2008 Apr 1

8. Collado—Ortiz MA, Shkurovich—
Bialik P, Gonzalez- De Leo S, Arch-Tirado
E. Type 1 spinal atrophy Werding — Hoft-
mann disease. Case report. Cir Cir; 2007.
75(2): 119-22.

9. Heber U, Muller CR. Indirect mole-
cular- genetic family study and prenatal
diagnosis of infantile spinal muscular atro-
phy. Klin Padiatr; 1994. 206(1): 30-35.

VAR (63 5 ,5T VA5 VAo L (VWY 055 15jl) pBaisju ogle alan

ol PNCV a8 Jb 5 & el i amls i

0F J9Nge Sty S Hle e «slow s
5 o 05l o DNA U7 5 63,5 SMA
CeRjere slapys (8L 5 (S5 U bl
9 40 N ggh 4 Mo Jlan (pally ¢ b Sibling )
7 Va3 1y oo oS ()i 0 s
Lol eoditS 5 sl Coglio Jlogjgil g yloms () iz
2 Silben )5 9 Jlas (sagie 3)l9e o 98T
O PR WA u*’)‘)f 03‘9515
la Jlw M5, e s adlllas S5

o035 sl slaymlgs b b joly (6505 5)90 VY
0) el 013,85

P M 55,8 Y 7y 4 o )Ken s Menke LA
2 lodlgls 5 355,8 Y cogs 4y g odlgils S
©jple (il (ylon 4 Miso g (bl Ko3)9 L
Les SMA —V/CHD __»lyon Sadine g slaisly
M o) o 23y 93 &5 sl (g)lon (eigid K

Solan S pedla Sidyg 4 Sl o £ (e
LBl golon Lol gy (o0 jled 4 Cglio Jlogjes!
oielesl ) pdlly (g ©gjgm 4 oy bl
sl 9 2 e 4358 p2 (65 )3 il DNA
a plob gyl a5 cul " L (\\T)‘ oo 15,8
9550 o

Ay (oo p1a5 A 0ud 95390 & d2gi b Lol
»ods )l gl L Sy (so XY &S (60150
5l ole 5 pi )y p b odaline (gl odlgils
Syl Dy 9 0391 (S90S Sl ()
P9 g & 42 b S Jleinl of) (e gL 5l
D)5 (o0 dpog S)low p 2

&bo Cwi 68

1. Serra- Ortega, Torres A, Sgreo M.
Spinal muscular atrophy associated with
olivopontpocerebellar hypoplasia. A case


https://rjms.iums.ac.ir/article-1-1608-fa.html

[ Downloaded from rjms.iums.ac.ir on 2025-07-26 ]

Ohlen 5 (palls G 55

10. Salih MA, Mahdi AH, Al-Jarallah
AA, Al-Jarallah AS, Al-Saadi M, Haffez
MA, et al. Childhood neuromuscular dis-
orders: a decade's experience in Saudi
Arabia. Ann Trop Peditor; 1996. 16(4):
271-80.

11. Menke LA, Poll- BT, Clur SA, Bi-
lardo CM, Van der Wal AC, Lemmink
HH, et al. Congenital heart defects in spin-
al muscular atrophy type 1: a clinical re-
port of two siblings and a review of the
literature. Am J Med Genet A; 2008. 146A
(6): 740-44.

VAR (63 5 53T VA5 VAs Les IV 0y93 15il) iTaisjs ogle alan

ZJ/


https://rjms.iums.ac.ir/article-1-1608-fa.html

[ Downloaded from rjms.iums.ac.ir on 2025-07-26 ]

Case Study

Familial Werding-Hoffmann: a rare incidence

N. Khalesi, MD, Assistant Professor of Pediatrics, Subspecialty in Neonatology, Tehran University of Medical
Sciences and Health Services, Tehran, Iran.

*K. Keshavarz, MD, Assistant Professor of Pediatrics, Yasooj University of Medical Sciences and Health Services,
Yasoo0j, Iran (*Corresponding author).

A. Rezakhani, General Physician.

Abstract

Background: Werding-Hoffmann disease is a degenerative disease of motor neurons that begins in fetus
and continues to be progressive in infancy and childhood. Most of them die by 2 years of age because of
respiratory failure. The simplest and most accurate method of diagnosis is detection of serum genetic
marker of SMA.

Case report: In this article a neonate with Werding-Hoffmann disease is studied; the importance being that
the disease was detected in his parents by DNA analysis. The two previous siblings died during infancy
because of respiratory failure and muscular weakness. There was also a positive family history of an abor-
tion during the second trimester; in other words an Autosomal Recessive (AR) disease affecting all of the 4
siblings.

Conclusion: Werding-hoffmann is an AR disease with a rare familial incidence.

Keywords: Werding-Hoffmann disease, Genetic marker of SMA, Familial incidence, Autosomal recessive
inheritance
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