59135900 (SNas (g yusd Wik JS 33 (gReal

"oege e S

W, T

3ol L talin 53 T pip e 2008 b galiooke (SMES By s e D jlecy S BTl 5 [
B3 s et S d s slen b gt ol 53 N 1) g AR (SIS G B 50
5 gt Kle3 g Jiams 58 oly b st 4 530 Fp & (58 0 oG oben VY fm (g305 000 e
S5 el 0dy 5 pasite ST Al OWAe a5 Sends 3 S I G adlllae
o (83 it MR &S 313 SLES 1) 0 IS 300aS 5590 S 3 W 1 Ve & goi T SEnS gt g
Sl WS K g e 00 she (a8 (et 03gh 2905 gt L) (pre b Dl
i gad 3 g 031 iiled 1y SR g s 31 6500 "L 4 gRonn gy oS N335 5 0500
Blod 4303 93 8 ol gadile |y PGS LA B9 Aes ;}hbc_&»&uﬁ XL p - T
s SR8\ g s g e 59 0 Bl 45 Oike o 3 Bus 3500 SN 03 Mo i 5
At (5 i ff 39 o S Hlaw yole Jyow i 5ol SIS diile 55 40 4w > a3l
il g OB Ly gl Bl b S ke 8 Sl ) Mg gk 5 o e B sap b Shas
(Ot JLL.,-)I Sladges 3 2 OBT 3 o w3 d—p,ﬂc Catls 2 gy Sles s A 53 RO 4.7;1
Ly i gy 380 derly GBS Sl 3 B 30 R 53 48 il sy has sla g
i gl 3 gmaS Rl YLl 35 5 0 ealia o i Jlo o slaasd; 52 W g pe Sl 4L g
S s ion O et 31 25 Olen 53 (S oReall 5 gy et pblo aalllne 0T “adgh OWAES G ooy i
S3yslon g pmend Sy o iy Al 0 Slsy J.,_‘_,id e Ry W TR SR PR
Y CIN <[ PRI S PSR BV PR P WL UL g anllan 3 40 Coman 3 (s dgeeS b GMhae
ol (K53 S (g g P Sy Tzt e Sl s OF 3ap bog Yl a3l wls | (g a8 g
ol i 2ty S Faald b plard g3 1) i3 2408 b e (9315500 (B frd D2y 3l S
Ll ihedas Chnd 3 i gt Ay Win 3155 3 g e DB b 2 a9k ibed gn der g5 anlilan 3
33 3 fmsd Ay i A € S e ) s 5n 29eS b (G (35500 (g s
Sl el pasta  gr3e 358 FHAS gt g 0

(PN hins 1 g1 geh ()3 3N ) 03l SN (B femd s S gl o5l

)‘_}-“l “;{.Z)._u' r‘,lﬁ amb ulS:JS a_};)hbbb dlSJ-,s \_JL.A.F' u,.a_..a:d ‘_5)9'
1- Congenital Muscular Dystrophy = CMD
2- Merosin
3- Immunohistochemical
4- Magnetic Resonace Imaging
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3- Hospital for Sick Children
4- Creatine Kinase = CK
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1-Congenital Muscular Dystrophy = CMD
2- Laminin alpha 2 chain gene
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1- Electrocardiography = ECG

2- Electroencephalography = EEG
13- Nerve Conduction Study = NCS
4- Arthrogryposis
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1- Caro-PA

2- Magnetic Rosenance Imaging = MRI
3- Corpus callosum

4- Farina

5- Philpot

6- Lamer



ht

et pyte ol ) e TS
JSt e M ey S ooy s ) 53 S P
Blody 1y Johas (53133l (B Zude 1pj)
22 ol 5 aallae 5 e SUS AL 5 (SIS
S Dl aldl a5 B e b ol
Shr b e s te e b YA 6000k
S e T S LI s
Sty Femaal garp ks Sl Sas
B JUR SUSPAPELTS P A{PRSTI AL § I Wi
e Ll e 5 S5l S (g mes wldl
B e R e
Ostast an U8 SILww e Uy anils IS
Gt S S Ul O 3 e s 000 WS O
Slrn h S s S gy sledis iy S s
g2 gedgm adipio b s il ad Shliie
Sl 2 238 o e s (S S e
Ad et 5o MRI sy pand i
SNy e 333 03 i 03l 3 JLS
o A2 o D D a3 SIS 55
Blosely (50ei S (53 4t s dalie Sdy Lo
i s 5 e Sl edy
Shas alis Tl U Js 5ol g0 el ea g and
VPRSP PO VPRSPt g%
Gl B 2)lpa plow 5l a5 il &S
P PP U PSR JUR W WS
Fofess Sl P S b i 2 b e
et o g S g pd b 35000 Gae
2 el oy Sl g 03 sl (655
it aia s (ool oke B o
(Sl g 3 At o O A g

Ol o SaS sl

3- Kobayashi
4- Fukuyama
5- Echenne

SAAL Gl e Bl 1y wiledd e 555
725 Ol o s B3 sl (6 855 IS et 5 o
Shylan St gsliai s a8 U as e 000U )
bl hae galinle s s 4 S
i oS LB 030 o S5 K0 e
e MRL3di o onle A iy p e 505 0ol S
T 0 U DR E = FCC O
M}“(’:“*"LL‘*" SaS phas golipsle e
7ol a8 e Olban Sl g D i
()93 8 Gasete b okl 52 0UT (sl
e o e jlan ednia BICOVSIASE
dgeeS L e 03 Pl 53) s ool 0k
S bl G e o8 50 9 53 5 LS
3o dmlin p iy a0 3eS Oy Hlew o
Sl s Ol oy 5 acS Wlesls LA
3 gmnaS 3L 05 8 W o g e 2 gaS L ke
20 OSSUES L ek 2L e oS gy S
o s gaeS Lag S g o (S LSS
e Sl U MRI 554 56103 4 ey 5l IS
Syt 3 Bol3 L o osbe 3 1) i
At U lmesl gt 5 as allay ol 3 LS55
e L S5 bld i oy 55 sl
A3 e b S a3 jaste 62 locus o350 )5
5 Sl ol kldan Mo 05 38
Oade (e g3l By s b glaesi il
Pl e S b ol i e 3 anS
559 o 4SS o 03,5 iiS
PP P PRVE S SR Y W S gy, W- S-S P
S B i3 05,5 03030 pelesr S5 S5
NV 2T ks (g5l pole  Sohas

1- Fardeau
1- Merosin



cookad 82 s g Real

STl g g (2t JALSS JulS B 4
5} P MEB (g len saWalker-Warburg CMD
S e 3 ihiiee Lo a4 ae Pachygyria L
I (s et (B feetd g
Snd (] odes adlia A 43 g 35, S e
33 45 gl s pmy e gl bt 5l Ko
FemeS has (galisale g e d Gl
31 p3ln g s il y dledys S et
B3 et oS ema 5L S G gd el GMhas
L lamsnn gyt Lo (220 (53055000
s> U Ullrich - a6l sbe B s
3 53 i 5 iyl Juole
3l goldad 48 dn Shae (ool g e
s LI L 0,8 5 olie By 4 e i b gl
S5y S PFL h (SlS (e
O gy LS 23 g e alS (GLSS peacs s
VN Ve ol p g o
cmelly 3 i Cia (g i LSas 5 g
S 53t 3 08 Ll e P D gt
ks (5315 ,50e g mms JRS 4 Rl 5 350
e 03l law il i 2 eS Dok
St o s LSS 5 s S e
318 O gl pidin a3 5 Pontocerebellar
£ g (7l 53 aholo AL 42313 1 5550
L ke golinle By fess 5l gdidar £ oS
AOV) 2l o e (o
ey Ste sy yn 03 Lyl 1 UL 5 Tl
S o2y palls e slila Ay fs
Blowly 45 03 pmad 3158 ubandd S 03l 5l
. Immunocytochemical | 55 ¢ gl maes o 2db
3ypt S5 3 S5l (S P s e S

4- Muscle-Eye-Brain = MEB
5- Hyperelasticity
6- Mahjneh

Ly gl Y8 5 e 48 5 SLIST 51 0 an "G
Limb- ¢ g Shae By ,2ms 5 Lleagas S5
sala i by sl e (S35 0L pn 24 o girdle
K05 $ 3855 52 3 ekd it MRI 3 jae L
RS PR PR AR PRLNIFE UV IV L g W-T e
o 34l Mas ol g el e ) She Slay
= LAMA2 | o\ U3 laal 5ils opl s D)
i g Sl 02h QL5602 55 ey S S
fam S Sl Yzt ) e il 45 LS e
33nS Ly gmitheie (53135300 (g fmsd 3} el
(1) Ll o SS9 0

LT 0838 Sl sl 31 i1 5 S 5L 5
S3o3t By iy 4 Dt U35 92 S5 0
S Wlos § a8 1y g haliy y5 cudlly 5l e
S dileds g el 3 geeS Ahde sy 2
3 Bl 1y b (g ke MRI s L
(6q22-23) LAMA (5 Uy (bl j) (S35 e 2
(9931-33)L S 33 (601 ok ghae Aaima b
oS 3y ) 45 WS g a3 Mol ey
ps gl b 3 50 dpder S8 S Kl
0l gohas goljysle g
Méwﬂajwéwlmurgﬂ”
Py fss  Jold e g3l ol o
P PR ) EONETI R TSy WP St £ Pt
Sl 642 35523 S LAMA2 35 0 gl o
Oyl b i 52 45) Fukuyama CMD « (5 o g0
9G31 p50mas S S0 2 el 25 A gy
L 45) Walker-Warburg CMD (25 .8 s sto!
3 it (§ 3 3} 2 lissencephaly
gy 3 2yt patas Il (P s
S g sap s ilS elys S iR o slie Jlag g

t- Tan
2- Topaloghu
3- Voit



1y

Oljles pdl Oleasele 1V Syl

3 g el DS - Mg + Yo | e Sally
Py
+ L,‘L';:-:Ubl,‘ + -L"}: - a.k.:.'rC.,._j / nLﬂM}‘JL-:&
SaS > S
- J}JJ‘;,;._.:.. - JJJJ. - ‘j,EL—vi a"olA-lJJL..ai
SeeS sla ._L_,‘}a
- Loyl - Ay - Jue Ligat Slo
S8
+ LeL".:-éJh“) + .'\3_,3 - J v C,J}AJ’JQLAV
LS
+ LJQL:-~J + JJ_)J - allis oS / nLnAjJLﬂ/\
:...<.a5 )J.g C,J}n

S e b SWs Sl ; Fala WY
- . TR Y| J).ge-\—':-:f....j ;;":‘b \AERA .
stJLi“hf‘-’:"’Jﬂf’ w!;ahiji O
CSF
; LY, Jlt
Sade s b Sl ‘ .
R 34 ek Zud = b ARAEPRAL _
ETRERRWE Y S !
5 g5 SO Lt
MRI}US"“Q;J" Bl ) i a 3
J‘:Tb LR nJ..j..;;L-:; :kﬁI;ﬁ;JE,‘SlJ AR » )
o ) iy
PIPENEPLY
.,f':.“]"
¢ S o
J‘?"bg!g""'.,;d’" :J.!a.k..f...xul...:: J_}gn.l:-..'r;,‘.:.j _‘t"._va..L:...;s_',T; VAD ;-;J“
7Sy
) 3 } ) 1ha
e T el e A e i
o S s A s Jl A
PPN RGN Spoeddd ot ] dmeddd D S slld Zoo o i




ar

CohA K e g Saat

s 33eS b e 53503k (B end D3
by Lo acalllan 3y a “amale odis o Saal ey o
iy O mear 53 Ojley ol "L il s 4 5
Lol e i pYhae 0l 50l By R
PN GO W L MW PR OV W PR RV
alia 5 CLSS Sohas 9ot ol by s Olole
S s S S Olim (s il S
Ot Nlazamd i (5,505 4t lil Jolge 5 0349
s> 4 Faoe Shlan ez 53 La S Sl
o5 P Sl g RSl o G (g3l5)0l
i 3 et Uy ks Jiba e
S5 Ay Slallae jgaiea 53 e sl o

Olaagaly (8 iy Slaas gazma 5 Vet aJ&.ﬂ):

Ja.s:_.l.o L’_IM Lg.‘;l)):l.c (_5".’_):"""13 Ql_)l.g._‘.: ﬂy'\

Wl dal g

References:

1- De-Stefano N, Dotti MT, Villanova M,
Scarano G, Federico A. Merosin positive
congenital muscular dystrophy with severe
involvement of the central nervous system.
Brain-Dev.1996 Jul-Aug; 18(4): 323-6.

2- North KN, Specht LA, Sethi RK, Shapiro I,
BeggsAH. Congenital muscular dystrophy
associated with merosin deficiency. J-Child-
Neurol.1996 Jul;11(4):291-5

3- Naom IS, D’ Alessandro M, Topaloglu H,
Sewry C, Ferlini A, Helbling-Leclerc A, et al,
Refinement of the laminin alpha? chain focus to
human chromosome 692 in severe and mild
merosin deficient congenital muscular
dystrophy. J-Med-Genet. 1997 Feb, 34(2): 99-
104,

4- Dubowitz V. The muscular dystrophies. In:
Dubowitz V. Muscle disorders in Childhood. 2™
ed. London: Saunders.1995: 93-104.

5- Barkovich AJ. Toxic and Metabolic Brain
Disorders. In; Barkovich AJ. Pediatric
Neuroimaging. 3™ ed. Washington: Lippincott
Williamsé& Wilkins. 2000: 83-84.

6- Caro PA, Scavina M, Hoffman E, Pegoraro
E, Marks HG. MR imaging findings in children
with merosin-deficient congenital muscular
dystrophy. Am-J-Neuroradiol. 1999 Feb; 20(2):
324-6.

RN T | P PR U P U g
sty gl Bl e il S LS
S hae galipba by mes gle s 5 SE5
ooy b MalS Wiletss § asc i O oS
s 05 03 g 43S gl (K5 Slalling
33 0Ls | Sl LAY Al adsl sl o
o ihae (ol ke B s 4 Are S S
35S slors (56 48 ey gad 8 ULl 1
R U P I TS NER WA T2
dilesty Obes 1) ity il S0 2l aas MRI s Ob
Chend 3 (5 seh o daeS L Sa S )
ST SIMRI 5 5 ol g "0 3 s
2315 QL |y eS| 4l 55,55 (5 3
sl b S ke eo g Ite (5 e a5 g3 S35 e
39 s pataia a3 gy Okt eSS
G 3 Gl il SIMRI o 03, S
donts ulgs 53 g (el oals QLI (g 5he 50,8
W3 $he e o3be 53 I a5 gy S LS
s 35S b Gas ool ok s ol

B R e e N e RT Bl VD
(14) 12b @l 3 gz Clolew 5les S

Ghle o lallls 54 0 alamdhe 45y shailes
St g 2l Gl b )t | il
Cilten (sleas S o 3 g sSenl 2 gy 5l a8

5%yl Gohae galiole By s 4 D Ol
s> Dolam Yol 45 0B 55 bl " dalll
S FomsS Fou g 2aeS U Ghas (005500
L dhae glypsle by s 4 Maee Ololeys 05,5
Ly a8 3 st p o s paalyr o b slis 2
L s 3y p0 03 93) s gn ST el

2aSde SIws 53 O 308 035 VU o (g S

P ol (S e gy pabs Jobh Wl

1- Mackay




IYAY ya e dw g o e S5 ale dlow

L}

7- Farina L, Morandi L, Milanesi 1, Ciceri E,
Mora M, Moroni I, et al. Congenital muscular
dystrophy with merosin deficiency: MRI
findings in five patients. Neuroadiology. 1998
Dec; 40(12): 807-11.

8- Philpot J, Cowan F, Pennock J, Sewry C,
Dubowitz V, Bydder G, et al. Merosin-deficient
congenital muscular dystrophy: The spectrum of
brain involvement on magnetic resonance
imaging. Neuromuscul-Disord. 1999 Mar; 9(2):
81-5.

§- Lamer S, Carlier RY, Pinard JM, Mompoint
D, Bagard C, Burdairon E, et al. Congenital
muscular dystrophy: Use of brain MR imaging
finding to predict merosin deficiency.
Radiology. 1998 Mar; 206(3): 311-6.

10- Philpot J, Sewry C, Pennock J, Dubowiiz V.
Clinical phenotype in congenital muscular
dystrophy: Correlation with expression in
skeletal muscle. Neuromuscul-Disord. 1995 Jul;
5(4): 301-5.

11- Fardeau M, Tome FM, Helbling-Leclerc A,
Evangelista T, Ottolini A, Chevallay M, et al.
Congenital muscular dystrophy with merosin
deficiency: with merosin deficiency: Clinical,
histopathological, immunocytochemical and
genetic analysis. Rev-Neurol-Paris. 1996
Jan;152(1):11-9.

12- Kobayashi O, Hayashi Y, Arahata K,
Ozawa E, Nonaka . Congenital muscular
dystrophy: Clinical and pathologic study of 50
patients with classical (Occidental) merosin
positive form. Neurology. 1996 Mar; 46(3):
815-8.

13- Echenne B, Rivier F, Jellali A, Azais M,
Mornet D, Pons F. Merosin positive congenital

muscular dystrophy with mental deficiency,
epilepsy and MRI changes in the cerebral white
matter, Neuromuscul-Disord. 1997 May; 7(3}:
187-90.

14- Tane E, Topaloglu H, Sewry C, Zorlu Y,
Naom I, Erdem S, et al. Late onset muscular
dystrophy with cerebral white matter changes
due to partial merosin deficiency. Neuromuscul-
Disord. 1997 Mar; 7(2): 85-9.

15- Topaloghu H, Talim B, Vignier M,
Helbling-Leclerc AH, Yetuk M, Afsin IE, et al.
Merosin deficient congenital muscular
dystrophy with severe mental retardation and
normal cranial MRI: a report of two siblings.
Neuromuscul-Disord. 1998 May; §(3-4): 169-
4.

16- Voit T, Congenital muscular dystrophies:
1997 update. Brain-Dev, 1998 Mar; 20(2): 65-
74.

17- Voit T, Cohn RD, Sperner J, Leube B,
Sorckin I, Toda T, et al. Merosin positive
congenital muscular dystrophy with transient
brain dysmyelination, pontocerebeliar
hypoplasia and mental retardation.
Neuromnuscul-Disord. 1999 Mar; 9(2): 95-101.
18- Mahjneh I, Bushby K, Andersen L, Munteni
F, Tolvanen- Mahjneh H, Bashir R, et al.
Merosin positive congenital muscular
dystrophy: a large inbred family.
Neuropediatrics. 1999 Feb; 30(1): 22-8.

19- Mackay MT, Komnberg AJ, Shield L, Phelan
E, Kean MJ, Coleman LT, et ai. Congenital
muscular dystrophy, white matter abnormalities
and neuronal migration disorders: the expanding
concept. J-Child-Neurol. 1998 Oct;13(10):481-7.



