&L*\E[‘}S‘ro‘g‘;“&lﬂ&u:eé¢u.ué&m
King Faisal Specialist Hospital & Research Centre
Gen. Org. dsle 4 e

GLYCOGEN STORAGE DIS-
EASE TYPE | (GSDI




¢ (¥l izl Sty ga L

Y ol Lt ) SVl al o e il Oz Bles (3 s s
el L iy Ol U] Bime SLSe figd LS oMl 2y
L U sl (3 ek g SLSU eda (ST U1 (oo wslinil o w5l 1da i

NG DR (N Rt U

Xl Jale

@
.: p
©

PRSI, [RTR

el B ol S gl oS0
) Q) o )8




Sl O ¢l

o el o Besb Y1 3 s s G el L) DSl e s
Bl jhas ey S @bl G5 St Bl el k) LS
S E e el Sl i 5 plabel) dory Jols A pnl) LY
O sy sy Lo S (S i s ki 3 ) s S
ol oSlaly aSd 3 sl e G S ol e Sl
GGV o Bl Sy Bhelad ekl 3 Blall U 03y 3 S

(S B 35Sl

cmball olea¥l ¢ GSD e S Olpt Ol e ddlz gl Al
05y Sl & oS p Bab 8 RS pE o ST Ol ey
SSE 5 S e S 21 @ sl DGV an A e U

ST ENUES O

S5V Gl s Ol s GSDs (o ailiz 616 10 Y1 Je s
, (19GSD T o legs sV P15V 5gadl) apV e sy olesaz )
JS ol Jass Wt dlay IVGSD w1y GSDIIL - e

GSD s g5 sl Ol 0 S e 20000




: GSDIL Jg¥t g5 cpr St 013251 513

st S S oS5 e @l e Jly Sl s

sLaeW) jan aiby (3 ot U g L. ) WD (3 o SUE
sl bty S u S dsltg ¢ domnitlg

6 — S5l g @51 3 o) B JgVI oS Ol sl g
S wles 3 asley 1 glucose-6-phosphatase (stiv -
Bl Y (ypall jeSeldl oY1 Sl ) Sl (S ol
LSl gzt i o Sl 85Le 0650 Gy a2 L2 Slkas

S S U s LS (3 s s L sl Rl

5 PN ALl MY Wby e ) o gy (GSDI e e g,
el> 5 (GSDIay Gl JoV1 cpom s Ol 615 Laad) 5kl Ol
JV) g5 s Ol 615 (GSDIby & J¥h S Ol
glucose—6- iling 6 5383 @il blas Olaid i gl il

.phosphatase (G6Pase)




—isSshr @l @ ot o) Bt gl ol oW1 gl Lo s S Dlpe) 1
glucose-6-phosphate translocase  ;Siluil; ©livg—6
.(transporter)

-6- phosphate translocase o , G6Pase el blas 3 Olais
a6 5k L e 3 s U1 3 401 3 glucose
oS LE s I e s34 ) glucose-6-phosphate
SRS U R ER T RN TS Y

(PR P sy

2l 21 ad Tug el ol

3 e Bosle gl e Fob 8 180 21V b 0n L bsle
Byl U ol JS Jobl ey agdly o) JUbYI Tay L « gl 4
ko L) S UCay Oz o 1 8351 s JULYL




Pl G e

S a1 3 plalal) Syl 2y 5 ol ol jgaill @
SR

%:5\0

=y
Sl & Ut ey e ALE OS5 el GBI g pad) s

&y «(hypoglycemiay culall xo )t 3 ot & Sl 2 2L
e (S L (o5 O Sy L Bl by ) o of (S
£y (S pled dl- lactic acidosis)y wwd @ elasSU
el g Sy 2 LA o) Sy ae B3l s

) el 3 sl e 501 STl ((hyperuricemia

g el s SO bl wlema b (hyperlipidemia
GSDI zys cmball JUbVlg . ol pds wo ol S 2k Sl
Sy AS) s AalE) ady iy el ) B 3 st e gl
o A gon 5 oSl 5 ASU (3 Ol Sl (ST s
Jle) Lad eV o (S (3 oot o il OF Ll (S5
i [ehaall sl Bl (1 (3p L Akl 3 JaandsSI Ol
pliall Gslly & Cand 3my e c(Xanthomas s
sl Al ISy gl ase S 085S bl JUbYG &gl

) g &




ol e-\.ﬁ:ﬂ C‘U’J“J‘ d> g o ell Clislas

S skl ot e L) e Ja¥I o sSU Ol 613 olislas
G Uy cplaal) alimg ol a8 ) o35 U sl @ 20U
st 1S e STl plgly ¢ g ol Jans Ls SIS Ll il
Flll aiby 3 Sladly (o S Oledly L pll B Lol ag
16 o womy oM Jsm anlys 3 ol o) 3 D e 2k
Clid Sgin 3 ey Oladl (o Ogilay 2 Ml cmlall a 35 26 o
9 S8 D il Sl Lk ey AU D

Slo @ sl oS5 s seln 8 2 ML ollall SUYI oa
o Y s s S Sy (Y e 3 Yl e g 8 s
5 sed) @kl e 050 Al JULYI Al (3 Ll L O e 5,0l
b S g

g8 @ PUEL bl dlly (21 e 0 gl ol BN e
Sl gk b (655 5 de Tl e slad) sl DS e pne
pddl) ST 5 claaW) el £o a3 62V il e g o S

PYIRU
EA o il 5 O B (M OB S 2l 5 o pell anlill A
28 LS e sl B! e Sl 3 T ST Slielias 09y

s




:u'o,d\ Ll dnd

e 100000 IS0 1 2 JWh 3 2l 10 2o 2
2l 3 80 Jac e 52y ,GSDIDb s leges 5T 2 GSDIa ¢4

P A

Jos 5 olall jaszll s lie sl Je GSDI jameas dinags
sl sl (DS S S5 e Al

el 3 Opaally A Opaaly

AL ATl saed) et e dadl bl amdl aad) ol LY
ASI e wlie dtl g b e Sl alassl sl ol ol Lol

ol sl Sl

el on 2 M s GOPC g1 3 5,k 59y . 2
GSDIb w ¢4 4o st s SLC37A4, (GSDIa




RSN uaédJ\jJMlM\ MN‘)&M\

Ui plalal Joly ez pldl (3 SO pLE) CoF s Ml e bl

(2lsdl) Sl S o g5 G aanb Yl Losas sl S S

o b e 5 L Jaln e el L xSV QUL A (3 L

ol DSl k) g Sl ) W b e Rl sl o o2

e JS el By ol IV OaiW) mg S8 50000 L

o i e ssley b allopurinol ey clsy 2l da5 0o

g s e clsy i) 28 LYY e e Wiy sl 3 el

o3 sl et ) SR BUsU 1

B 335 5 ¢ ISV Y 2ga W) e M) Bl Ly OF S

SLLVly (ol ol B sliadl pll LD Boly ekl Osaly

s olall AN G I STl S S o Y

cobnzll oda Comty ean S

el

Gl el S S5 e Blisl) 100 b da0s i 135 02

el A B sy el & Sl e (ool

o vt gl adedl LD Ol me e sasldd) Sl 33l LS

g5v < owball ol s mephrocalcinosis gsls” DS o

o w6l (CSF-Gy cladl o S 055 5 sy GSDIb

55l gually Sl

PRIONE ENFORE INIRIE WA 5 T RV USSR AP PP I BN
2L celall JUBSY abll ol eNls el 3l

plad) anles 2dad) Sleasl Lo oy Lasd) Coal) Baml e J1 BLOYL ]
celalall gl doslse g0 olal) Jalall a3lAad whLdl 5 O5el) S1iad)

A el e b sl Ol 3081 5T/ 5 330 e fam U1

il S 1L Wy s 16




aikad) Pl @l 5 Olall sill o OF Ko A Bl Slast ]
9 Q—gjﬁ-:}“ 5}«#5}“ 9@% . F—M’ sl s ng :‘-t:f‘l‘ Jlﬁ“ Jd 2.:;.}:\ SJ‘ML

top ol Gyl Lo
ol OOl I 060y dmll ) Bl e B M s S)l5

g d Lo GBI ST Cnmyg (LR

o 9 23 e asee Dbl e 29 25000 Qi ases STl
Sy pY1 o B 0 0558 95 Uy (Bl Dlimall) Slagusay S
IS @ 5oy duped) el iy o o Wt Sk odn LY e

5SS o Ughs Sl s mtlly iaal) O3 Jon B O3 2y koo
6 =555l i) Lng ) 3 i ST s s sl @ oY)
o) Jom ¥ M e 3 S5hedly Sl =683l g il g
@ 2l ol T Cmy o (St DY) s 2] e gl

LAdlys)) ekl ol

10



AT 3 0 bbbt e 295 25000 sy Ll LS
ol WU oda (3 img Ao el (ol alas ¥ JULYI e V5 (o) o)
il e e gy BT LY 2 i OF (S e 2l (L)
ey s 2 el OB bl ey SIS I OIS L L ol
Llas U oda 3 et
o U5 8 oed) Blo] A 05T el OOl OIS 0, Lais
SEiLy

Llas ikl 055 oF Ja J73 %025 st

Jie 2,360 o Sl il 0,5 o s U573 %050 Jlast

4y

sl ezt V) Lol Jalall 0655 0f 573 %025 Jlaast +
(Ll

Gt gata e i P @ =via i

o2l e JUst ddy b 2 ISSs
SREE ]

11



S H WAl B gt LYl jasis b g LB S L

S Pl e

QWL g alas of degles cISTI3) L me g &) amd Oliiy b s
&G e oMl susli

i Gamdll 5 ol JUb) b e Judd) 18 o LoV ar Ll L]

(Preimplantation Genetic Diagnosisy /1 |

S 75 ALy . Prenatal Diagnosis y Lok ol aseas)
gk

Prenatal) fo) sl oasesdl Jhgl jamdll g L

¢(Diagnosis

ol Lok il OUTI3) Lo o Lokl 23T Sl el plasizal S5
1k o5 el sl S e Gy 28 Ll

& (Chorionic Villus Samplingy aeal) s as2 ams —A
e 12 =10 13 £ 01 e Lo 3540

Ll sl e a5 (AMNiocentesis) s Bl e~ —B

ot 0 20-15 o g W) 33l (2 5 bl

12



Taiall A8 5y B mall ued igeysSIN amd s LA

¢ (Chorionic Villus Sampling—- CVS,

M‘www(w20—10)5ﬁwaﬂébf4})&>uﬁrﬁguwjk
o 12210 g 58 G b Bole o) W sty (s s

N ol Llas o) OT13] 85,2k g gy S

?ﬂg@ﬁ)ﬂ\ﬁw»\ﬁ%{

tnal A ol b dls ale S

o & s depiadd s OF ] ol b o 50 e b s 0 LY ¢

) Jef

oy Rl ) Jey OF ) el e 00 ol g b s r W

i) Jo-\(..:.if

.W\ ols gl 7&5}443\ M;Y‘ Seorgs u.a.’uﬂ\ = w.:ﬁgjw\ %L}

e

13



s*u..u s 9135801 yad s Sl AL

OO PR VSV XU SN R DU v S S PO DO [P (P9

s JEl

Abgme aell Sl 0555 O by sd Jly o8 e b ¢

i)’ub- CI.P-'}}“ .b-f d}g-; OT jT Qb}u}ﬂjﬁ‘ L} JB k-)L\,m J.Lb 299 *

o (333 Lo 35) Y1 jee pum e 3 mall osusas ST Jond
jT (091> Zapdlus fio gﬂyyj;y'f-. Clae Jib Ol ala slay
a8 BV @ A Opey Slagia bl LLoL olzayl

Sk g sl (amd Jos o Aipn JSULw Az g o

Aol sl (olem Y1 gl Alenm] 1 Lgn jamdlls Bilaze b2ty o
JLayl AL oda & Leelad 2308 1 387 b Jl ST ey o o0 STY

FW ekl

14



¢ o) aWewy Amdgrall Sdll o b

.@,L,.T 4-2 o bossle

: k>

Y ) ) pael 19 ae b ] sl Jsoy 2ls 5
D 3 E el O Rl (e SV 3 plexY)

sl eV e el Jan Y

¢(Amniocentesis) gl Ll is jamd 2 b

cm b ol o) cgaV) L) e 2SI T A e 0 e s
Y ol Glan g OT13) 28,2k logungag SV (3 ot

?wﬁ#iﬂ‘ Sl i dsi o AS

3 38 b s L Al 200 505 sl BLI e e 3T
m2s el G 3 sl EnaYl Anle o F WYYl 5 b e aads
Ul KL e oo LS e ga W) L ) s O ) oy o)

15



f gl BLI jamd Jas 193 Al

S o Lin, Lls Tal wgua1 Ll omd o Jad Ll 50s 2l
s Ju

g yme Al B4kl 0SS O by sa2 g o8 Jile b v
Qﬁ:.-)}“ Jo—i Ujg-g QT ji Obfﬂ)ﬁjﬁ‘ L} J-\ﬂ ol JA]& dgr9  *
o ligun g S (3 I Sl

ol (B3 L 35) pY1 s s Wl (3 aal) gapusn ST Bl Jodd
s s ‘(,.:.1%55\3 L gy Olagia Gud) Alol olady)
LA sl dnd V) el

S eyt Ll jamd Jos Jo dipe [Sliv drg fo
5 2590005 o jamy aall dntl sl plem Y1 gl 251G dls w

ol (s ¥ L g o Gl Ol 8 BTy L)Y s oY)
U ol LYl ke AU o 3, ety

¢ domgd) oVl Andgsal) 8l gale

el 3-2 u Lossle
ila>e
sy i) ) gl 19 s b ) tml) Jgoy 2o 6
DB 2 g e O asl (e Y- 3 Sl
Al P o amdl (o Y

16



AN B el jasesdly el mdldl ga b

¢ (Preimplantation Genetic Diagnosis— PGD,)

o o gl By s dsl e Ble ga Y1 S Sl e
Biasd) 7ol ey e I ) (3 Lpaam 5 LDt DLt dlm e (3 S3le (i)
Lils & op 342 Sy (20 or Ll o aSTW it sty ) 3
NPkt

¢ AN B Shgdl paskidly Sleall plldl Jos e 2 W) g2 L
slacel Gk e Gdg Al (3 sa2 Sy oe e k% el b 55Yy sn
G g5 Y @ oMl ol L (o el ) Bls) L alall 2 )

P e i e Y G g sl pe BV A (3 T el

¢ AN D Jhg paseidly sl mdldl o) ) Sighs 2 b

Cx g badd dm dmgl) e Sl a3 L el Olslas ey
SUgabl o 3342 plol Lgilael, Slagdl e (S& sde ST 20y 2l
o5l o sl Ll et dag AW Gl ol
2y o A iyl 3 Sale seld Olad) ag oldy il dles
$ 6 U Lalail o o1 3 50l LSy dols olisl (3 2l ol
s ol By Bl oy i) Ayl i (B L 4y WD 8
B Skl jamb ol Slegusag S o Bl L Al jamis S as
U Ghos o o 3 pon Sk 2 W gl o L Sauty
ol 3oy Jl 3 e i Bal gl Sl lasYls ) oilzie
UL Obgl) 13 A L LY Lo oo Rt s

17



¢ Lol s Juas g2 Lo
o B s e Jsatly oY) s L e (e ol e oy
P AB Blas pb dale 2ol e Jgad) SUIS) mild) ol
POl

2050-40 4 jus L Sgas asp

%030 5 j0a OEY Jane

9025-20 , a5 sl Sgds dd *
2 3-1 o s ) bt e g i
L0097 s s b e Sl B

ol o3 sl gl el iy Clas b Ol Jlez! Da fa
¢

JALS:Y;;&?\}ML&&&JQYG—\@% 3-1 S
A 3 3l Gl o e ol

¢ s ol iyl J»

plais ST oy BN (3 35omsll 5 1 065 O 2l LY Sy o
U sl Uy a1 el on ey ikl dady WU amd 02
- AN

Mqu,J\qu\gw‘d\éj\b))\cwy

Prits OT 3:.-}}'5\ GE_LJJ M\ L} (:.j..:ﬂ C)L@JJ‘ e ‘;QM N
sl 8 3 aiand)

18



IE ) Qe Je Y U,;-”J J.da 839 Lis el (S g;d‘ Q\M‘ & ()

¢ ol Mg Slas Jdb

S,.N\ @ U’QJ‘U RES Se>ry Ja};U w.’uLﬂ.‘ ;Uﬂ\ )Uﬂ.>-l ug..)Jbﬂ lep g,f-.. CS@T
bkl 8Ny L3 Ul ol e (,.é e &>

Slog=dll ¢l ) R cubf\.\ TS0, P J-L]é 85Y 5 Ledis

e kel ol Y1 SEY @3 g Llas i) OIS713] Loty

¢ o1 8,¥ 3130 8 130

SR URARESERS I JCK R PR WA EXIPNE K JE Yo
o g 2 M A1 3 VYUY Bls] e et SN . gl
b Hliaa] sy Splast i SLin g e 5 S 23 OY
A3 Y UL e (3 Sl sl Y1 el oT Al sl
sy coball i) 552y o3 wlis pldsiialy jasdl) o) Sk

) BLEEY) A g Tl Sl sy ppl ) e
LU

19




N LRV RGESRRES PEIIPIFNTIR

Sl ol 3 =i 5Lt alls Sl
Sl el B = Sy jlines —sasly b,

Sl el s s Bl (56 s

20



S Sl g3
Sloull Sy paasdl foad Sl diaas
3354 Tk é}-\-:-o

11211 o)

21




