U jopugiiwl ajgo Sy yb)ljS

*(M.D.) fJ p35 319

-

xSz )

33338 o et Slgaal 035 031 55 SRl 1L a8 Sl il &S plie 536 (ol &K o 59 S sl

IS e 1 K ol - Sl o3 8 B1E len

3135000 350 0485 b S glajlii g oy 5

Sgh o ods> (Marble bone) e L Ol (5les 5 (6315 ke eojg u gl dloyB e 59 0 ginl

5ff&x0|ﬁ\d)%.@|amwgﬁjo&

OLle 0455 (511 wile L Ol gimial Sao Ly 0355 oo i S dile e 5 (6 jre O gl SndS (8 2L S 4 ot

B no. . o é 5 . . . - o
)40 ég.: ‘é‘:’}.’- Lsu)t.w‘y D30 (P w)‘; U'-’~‘ BE -\.wl.a & LS:‘)):L‘ w}}ﬁ}w‘ LY )Lmﬁ Q‘)L&.:J. BE)

K 335 o Lo

QTMb)jﬁ)}}gﬁaéb‘))buw)jﬂp‘/

Ol el e L5 ¢ s 53,5 sl 1 (SIS (5 319

)Lz JKN s L LS

4 sl ey (o Sl 4 S5 53 44 g sl
5l el (oal5 055 53 & sk gyl S
e S5 sl 53 okis e Sl
olos Yoo &8 I o551 JSE 0 pso 35 o0
HEo5 033 53 0T Gl (33 5 035 (6 i
Ol o alls

IS Sl (S Gl S s
o3 sl Sl el Veolad Jadar 5 e
Olass 53 w3y ol S5 op 5 o i o)l
e g3 Bala b 4 il 5 @l el JLS 5
354 Jb s fnjf S S Gél)fﬁ:\)
5 sl s snel g gl qu_; I

,;,aaﬁﬁs.\{a,ﬂjl&fﬁ&;ﬂot}s@twuﬁ

oo

S el sl (63N> & s S5 5 il
3 Shs 3 ek Sl 4 Ol gl S s I
s dnendS A5 5,AST DAl SU 5 LIS gl
.(\)::)fo.n

L P S 0 L S R A P - JPIE S W
Y9 Slew ¢SS 55 V40 JLa,s(Albers Schonberg)
At 53l 55 ol (e 5 3 8 B8 AL
Mdewy DU 50 5lewilon dl

(Karshner) ;5,8 Law 5147 Jlu 55 (6 5laws oy
(DL ol w595 gl ¢

Sobe ol sy 253 O&ea 5 (Shapiro) 5 L
ol Sl Gule Ol giul & Lsged oIS
Ot 5 A ol 4 52l oS 00 5y LIS s

33T 53 35 515k Ogensn 4 gl 53 LguadS sl

e (S ke ol e Gleys b5 5eTs (S S e O35S (sl las Skl *

VANV S ¥ oS =5l 4 oS — (3LTs S ¢ — b — 0 g D

1BVA 9BuG g )lga/PRPP s)lath /o3 Jlw

Ohjls (Sib)y eolc alEiSls (ibag)y —¢alc das )




On3)0)i308Twl )06 S g5

(Sl gl (g O Gl AS,le Sl
as By 1) JUIS Clasly oxlg (Gl saT
T S Gore g (Sl (i
(5585 I g5sdl phs I 5 58w e

Sl gl 5 Ol gheals 55 o sl sl SanSs

fn 53 Auled a5 (S355 5 Sl b Olyss
550 Il Jald Lol aadiigsslen S
Odd s 5 Ol gl SaudS gl Sl o
Gd) A3l o s a5 5 ST, S Sl sl
Cod S5 (golen § 5 4 1SS (L oDe

O AAY) S5 B Sl e o T Js dil e slin
6T Slasin s i sl (b IS (V) Jooe
TS | e o I Sigle gl <lyi o9 oy S8
o [0S NP R PR OO PR RVEON [ - IV - IR E L g 13,6
351552 Solew aub Ol gl
(He O lselie Lds o GLU | bt e | ol pigl | sl
& uf,lf-,:& gd;‘@;4m,,:ﬁ>“u (Lo ge (S S &(.::w)hf,::.wl 635k
Ju.w})-‘.:& Q‘}a:..»\
G5kl I sy Olgaliae SO | b Oda | ke pgisl | Ol gl Sobe
&£ oS &Alf‘dlwds-l:aﬂw“;xlf oS gzl 6;‘;‘&*‘
55l Sl e e e S5 Ol e
I (B )20

23 S g gl Gl Sl b L
&S5 65 55 SISl 5 ARELT Gla s
A . D G P
Glaw Candy ) sy SleMbl ey pdlly Ol
BN s 3 b 331 ol (6 5las
Sl el 535 K55 oS Hley calas s
Sosb 4 SN Clillas o) e s8 e b 65 S5
Ao 58 5 593 0JI00 5 Y S o 5 055 oS
=S 5 sl VXV/O Al Bl dimils 15 0
2 ey (o S5 ol S demthe 5 5 A
Gl ey 4l )3 V7S gt Jo s 8 o
crg.'t asles 3 i hewy (oo u':»;m' LSB (glokis
Kb 55 s oy ol sl gls sl ley

Olslidl Jal canle A Gl b g5 les

5 ol Jsl L5 fisles glabiuy, 51 S oSl
055 L GIPIAD jsbe &S5 5 Jlls Ol Jua>Lo
355 Jolb (5 53le 5 5y 3y p S YF A5 s
FN05s SRl 5o Il )l wdopl anrl o e
cp s Ll Gb s ds o S5 anle LS ole
bl 035 LRIBl Sl Sal Ll b oLls s
RIF 3 4y s OT Sl ey (s e oy
o3 4 anrlm e B 65 O srlinSTly 35 0k O
Wil GlageddS sy )3y @5 bl flS
ssb 4 anl el 5 ole O I iS5 S sla Csie
L;Ladig}:{gﬁ'ldlgob):dad‘tf@b:ﬁ)c.éb

‘)‘fﬁ&b@bw)ﬂ)}bfw;)‘}ﬁdjw

9P ARVA oBuG g )lga/PREP o)lasd /o) Jlw

ohjls (Sib)y eolc oGSy (ibag)y —(alc alas




3 a3 7T 6ol 105 s Sle #5110 e

&S 5

5 e B35T 6ol S 05 dlyss Sle p L1 Y padd

S 5

3 e s (1S g0y gla alS )3 pomen

3 Sl dls A1 5 ety (IO (s
«S) Bone in Bone (glai 393 5 Yoo 23, o )l
L sdalie (LBl (oo i sl $SGges8 5L
Cod i siiel Lasi b oles (FsF S3)
pxﬁr@\%,af)\;&wsugu);

L3 Syl sl by S 0 4 Ol sl

S5 St diglre 55 oy (o e e oS
Ca&‘ab)fjéjiizj:i&&?&

sl S e gleds SlalsT

(S Mo slesole T C(V-:WL.:J_ 3 e sl S

REVEPY
S s s AT Sl
s Jf
Hb: 7.2 Ca: 9.1
Hct: 25.8 P: 74
WBC:5200  Alk.Phos: 1250
Poly; 43%
Lymph:47% TORCH study
Baso0:9% Rubella:Neg
Plat:19000 Toxoplasma:Neg
Retic:25% HSV Type 1:Neg
CMV IgG:Pos
CMV IgM:Neg

FIR b B G s S e
I3 o5 b 5 A8 (S SIS g 3 s S
Ol gl Ghe gus g 53 Ly b ST Gyl
le oS gl il 5 b o gy, S e talS”
Ao 5 As sl 03y S e 3 s S 5l
Ly b

Sl 553 (B b s Sy e
05 dlyss Sle FLas,l 87 As (g jhe Sl S o
SIS 55 5 e B35T L elen olis Sl
5 e omaaiie )l ejslie 53 5 A4S IE
Failure To ) « Sl 3 odSincle (olas!
(VY JSK8) s 0315 i yley Thrive) FTT

1BVA 0GB g )lga/PWPP o)lad/egd Juw

Ohjls (Sib)y eolc oGy (ibag)y —¢olc dlas  GW



On3)0)i308Twl )06 S g5

5L ol saul 4> Bone in Bone gl s 5: ¥ pga

Femur; Tibia ;> Bone in Bone gl s> s:¢ g

Y€ IWVA BB g )lgy/PRPY s)laid/ el Jlw ohjls (Sib)y eolc oGSy (ibag)y —(alc alas



s S e i Oliwjlew 5 VA8A Jl s
30 slas k38 IS i smalsyge 6
S 5 cly sl 5ys 5l SulKal S5y AL 8
SNy G g 0> 2903 S dmrl e s
4 ol 35 s Al Juaie ) eeT Jas
Wl L s asie Sl gl ails L5550 of an
bl 2o 56y e sl sl el
W s sl o 35 53 Sobew ol 5 35 13
Oy SN 4 55 el

o 0858 Okslen 6,5 S s
Mon 5 ot 5550 F ¢ VAAS Lo 53 odmeze VL[5 g
S A | ey LD (B me S el
{,5 SHE w3y s O =S 5 Olyslss
S bB wm S 5 adil s elS
@M w255 5 3,15 &l pws g plad Sl 4 O 5 2
S a4 SO/ puysecplly o b
S8 5 b G2l 2k 5 2 se
sdalin 30 35 Oleys a5l dmdle 53 b 5wl
Oleys &S disged pdlel plioeablod pan adis
N5 pelS oS SISy 5 OssEr s S 5
o Olpial e Wil C il O i
o adiil e ) 555 Slen 8 L OF) AL
3 ¢-J§p—< e w5 5 Oss5s =S 5 Olays
Ol gl Gha Lgy S U ols S5 Lhed I
.:.ajf osleT

o8l b bLi s (godane Slajys (glae sl
@B AL o o S SOl e
DA plosl 1,51 &7 SIS aalllan oS 31 ol
Ly VAAF21AVE Ll o 3 oS 1y (55l aly
0313 OLES 3 03 god oy ilazils 3l 3 O it e

£33N IS Sl e Olays g3 Ol el jhakiy oS

2 Gl o S JSECI5,6 i sl
S e A psigl Gk 4 Al e0YLE
Sl olew 51 IS cpl 53 STde ey (o0
SBST s Ohles canlysl las O il o
Al o Y b aed b Ghhls 963 Cudle G
@303l s sl Golen ol 5 mls S
Slad Kl pasl sl Ol b > S o
Lol LS pralaw s JolS7 sk 4 Olgnal jhe
OleS Sl K 6133 8 o Olghraliie ool
syge Aimmbais S glaykd g 55 ) s s skl
S o oS Ol gl (Slam (Sl 0 318 0T
ooy Sl 4 Cskhe po) sl Al b4 el el
T S S sla 05Tl 258 5 0T e
Sl ESaaIS gzl b Ol (gl a8 Sl T
ol il ol b amiia AL s 5L s,
Sl i e 0SS e
NN 55 Jss (3155 94l 5 5530 55 Lo
Loy Obss 5o pmsusiel Gl oe
iy s Bl Syl 4 Sl (See S
(2 5wOb T « FTT,(Growth retardation)
PN STy BT ST LTI R
i 4 slaial Sl s K gl s b
Bag STL oS 54l sladly Shys jes e o
S Glodas Jidw 5ibe Hlewsy Ha(Ya¥) Al alks
SIS 3l sl Sl ar g by Sl 3y (Bl
23555 S sl $ g0 58 SLBone in Bone
L Joreea ot 5 7y el Soloy pateid 1A AL (e
Solemsoss Ol b b lay Sl & 45 L
5 6ol Jasistel 5l D 5 0350 anxl e
Gl gy W CBL e O pmlSKinndS

NS T @l s Olge 4 s s 5y sl

1BVA 9BuG g )lga/PRPP s)lath /o3 Jlw

Ohjls (Sib)y eolc oGy (ibag)y —¢olc dlas 4O



On3)0)i308Twl )06 S g5

vb)‘}u\:ﬁ‘ﬂ’;ﬂ(\*)@‘ g’;’)"."“}‘)b)}‘kgsb
oo 53 1y sy sl Jstmesle 05 L 05 &
éﬁ‘ gLAJ) uj Lv QJ}.&@‘ BL 45 Las ﬁs&;‘

..A..Z..\A‘}i-u}.&fdji;_;@h):

1.Hamersma, H: Osteopetrosis (marble
bone disease) of the temporal bone.
Laryngoscope J. 1970; 80: 1518.

2.Karshner, R: Osteopetrosis. Am. J.
Orthop. 1926; 16: 405.

3.Shapiro, F; Glimcher, M.J.; Holtrop, M.E.
et al. Osteopetrosis, A histological,
ultrastructural, andbiochemical study. J.
Bone Joint Surg. 1980; 62-A: 384.

4.Khoury, R., Chipping away at marble-
bone disease. N. Eng. J. Med. 1995; 332:
15-19.

5.Carolino, J.; Perez, J.A. Osteoptrosis,
Am. Acad. Fam. Phys. 1998; 15: 332-39.

6.Stein I.; Stein R.O.; Beller M.L. Living
bone in health and disease, 4th ed.,
Philadelphia: Lippincott, 1995; 1532-4.

7.Bollersley, G: Structural and
histomorphometric studies of iliac crest
trabecular and cortical bone inautosomal
dominant Osteopetrosis: A study of two
radiological types: Bone, 1989; 10:19.

8.Johnson, C.C.: Osteopetrosis: A clinical,
genetic, metabolic and morphologic study
of the dominantly inherited benign form.

Medicine, 1968, 47:149.

33 A gl Oloys 53 1 ldbl (o (6ol e
ol oslawl D w.nl%j u,..fjJ.X:.b ) "0}\)\ .Ll.k.&
Ol 6l LS gl S o e geVlazs| oS

233 3 g B S iy o35 8 a0l it

9.Singer, F.R.: Osteopetrosis. Semin.
Nephrol.1992; 12: 191.

10.Sly, W. S: Carbonic anhydrase II
deficiency in 12families with the

autosomal  recessive  syndrome  of
osteopetrosis with renal tubular acidosis
and cerebral calcification. N. Engl. J.
Med. 1985; 313:139.

11.Ruffa G., Milanaccio C, Sbolgi P, et al.
Osteopetrosis and renal acidosis: a new
case of this rare syndrome. Minerva
Pediatr. 1995;47: 135-40.

12.Manusov E.G. Douville D.R. Page L.V.
et al. Osteopetrosis (marble bone disease).
Am. Fam. Phys.1993; 47: 175-80.

13.Dorantes L.M. Dorantes S. Mejia A.M.
Juvenile Osteopetrosis, Arch. Dis. Child.
1986; 61(7): 666-70.

14.Gerritsen E. J. Vossen J.M. Fasth A, et al.
Bone marrow transplantation  for

autosomal recessive osteopetrosis. A

report from the Working Party on Inborn

Errors of the European Bone Marrow

Transplantation Group. J. Pediatr. 1994;
125 (6pt 1): 896-902.

Gy ARVA GG g )lga/PREP o)lad /o) Jbw

ohjls (Sib)y eolc oGSy (ibag)y —(alc alas



