1.5

dnid) Ab) oyl 4 ) ol
Chalas Y5} Ay 1 Ayt
Oldy (" gt Aok Bygl
#2023 ssawsz2 07 § 3815001 1445 JoY) (3l 241041

bl A 55t
5Bl bl (Jo1Y Jmal)) Ly Olowse
Olelyy il

Olslw 30!

Blodly dapdal) pgle 83l B s

(Ja\.ﬁ.i 08) :Jf}“ Qg}o:d\

A sgine e lenSH agi ) i gyl alal (3 bl dasiye all GHISI die 4 saall Al
Neiilay ol el lpcaadsy culisi gl i
acg Qloiay Glune 88 llaw Al dals dale Jysall juaill e

gt A ggond) Ay 0ol S e (g0 Ay el (1) JK2 20plSE el 2 225

sl 03gd Ay pall jualiall al el (<) J<al
[Ho || OPO[@ET
" 240 9%%% uam\ |
A ‘3 Q\O/’ ) 3\ p)
2) —:f' l 'E of 9 g,
(“ @ C‘-\\\tj Q,} ( 5)
3)_Le - \——
@ e ©
T

VAl yal) 325 Sy Ayl Bl e s -1
() KA A Al Ahsall Ay sl Aualal) S (1) JSal e jeka Al 3y Al e il -2

Ol (AL Gl se cual A8l 535 618 (e sS () IS (e

(3) saiadl o cadle 13 -3
(ol oyl . Al

ksl B aA g IS5 8 Abedl jaliall (o BN ale i b 0 - chili€a Aad ) (e BUail —4

s gsall il

39.411’:4..43\

www.ency-education.com



1.4

2023 (6556 36 1S gramal! [T AT WA / sw\,a,,,,w\wu:s;ug‘)ﬂ\w\)w\

(35 12) : G 0

BJR_P@'JjA—_ILA}]LA}QI_HSﬂ' laa Q_@J;@ijl Q@)ﬂ!wa&lﬁu&hﬂ LJ‘_‘A:JI ",—‘S_."‘j

. :GJ}‘H 5 flasa QA"
| Al ) e g ¢ il ) i B a5y g 3500 g ) gl 3y gl AUl
s Ja¥ el

s s s« SLOS w Liad 1 e (syndrome Smith-Lemli-Opitz) sisi lad ¢sau e 336
(rhall (iadl sail (555 e Js Sl 5S|4 gumal) Jals Leali) ol A 50l (o 5 J s i oSI1 (atty ot 5y 5ol
52 aaly J g i oS0 llh ) ALl LA Az Y Wil | jemie Jhay gh g ¢ 83V gl 2ay g U8 daga il g 4l
¢ sadll JAlE ¢ QeI s ¢ 4 gl (A Gree e 08 Loy e SLOS da e jaali L i ga el iany £l 3
. ) dale Yl
Do () IS i Ui € g 5o <1 5 ) oS 0 llan 5 15831 Dyl (1) T sl g (1) S0 i

(7- DHCR ) 318y J5 il 6855207 a3 Aol g0 jisall Jeliall 485 6l1 ol

il A5 i | (1) Joi
farnesyl diphosphate

NapDp* e e
NADPH T s 2 3

7-DHCR p5

(squalene ) (alSa

Jyied s T HO H
7-déhydrocholestérol cholestéral Jialss v

e o8 9 53437
T-déhydrocholestérol

Ja il 55 9 33T 2 3i)
(7-DHCR ) Jas4,

P a3 @l NADPH |

01 ikl Lt cholestérol Jg il s

(1) 388 Plisuls SLOS e 3y Abaca| Casas a5 (s b 2 8
:g.‘,lfﬂ‘l ¢ jall

(e aall 30a3 &« DHCRY (s 4330 (7-DHCR ) 3835 J s i 58 5 53307 s 3l S i A oSy
WI51X o sl &l Lt 30 SLOS 2 330 cannis (1 s DHCRT 45554l (5 e fle i il
15 (Aaaldll e Auld) ) DHCRT (gra sall (sobad) G830 (538 sl Jusel) (2) 285 31 50 (1) S Jia-
WAB1X @) 5al jilall Y1

3 o 2 ixal!
www.ency-education.com



1.4

S $U AU 16 gl

[T WP WA

[ dledigdadall agle 35l B Jo¥1 Juadll jlas

2023

zisai o Jymanll 8 e 4 a3 Slimadl) Ja) 0 3 sladall (5 5al SLOS 4a3d 73k sayl (i
Jarinls e s JI& Slaaly ellyy SLOS 2a e & Jlall o LS Js jinad S 28] 3 ) jae il Leda
(2) Fad gl e (<) S b Aias Leailii 5 (1) &ayad) Jal je « BM 15.766 4

D ua o)l (e Slegana 3 (I Al At elalal) (5 al Jgyind €I i 2o LK) Lia) Jal (e -

(0 2l Jas) (2als) adae e AN (10 e sana @

(e 303 ) BM 15.766 i s &allas 0l (e e sana o

(HC o ! e ) Jsind sS0L Li olie caliy BM 15.766 & jas dallae il o e sana o

2 Aallaall o o gaal 5 5e 200 Sile ganall o3 Calida die e 33U sl J g i SSU 3 5 Gl
L (2) E ) e (z) IS 8 Aaae Ll Joand)

A0 5 A8 s Jiad (3) 4l

.. 410 433.... basiglSoull o3,
() dezn |5"CTG CAA GCC TGG CTC CTC ACG CAC..3 | DHCRT sl Ul
5~CTG CAA GCC TGA CTC CTC ACG CAC...3 |  WISIX i Ly
60 T il il degans | ol de Okl 45 gazea
= - s 342
::g; 50 il dbudg alil
. BM 15766 | (istles 2)
G 40 F
23 15.7 48.1 o s 55 b
T B0 (Mg.dL™ ) aDlsiud
37 0} 17.0 A | daidsSoen T 555 b
% 10} (s gatida ) | (mg.dl™) pPasind b
) 7
(e) ds n (<) ol
(02) asg

(1) JSall Dl i il (i @l (san) A (e X1
SLOS 4aj2ie (ain jal 7 yitall 230l ladiis (2) 5 (1) Glioadl A elalall Lol Jua 8 ) il »~ 500 -2

Laill (s A8l Jadadiay e g lila slae 5 Al all 038 (g L) Cilia 68 ) Cila slaall SIS (e 7 UGN £ a0

>>§Jb y)”ubﬂu»/-g

=BT 2024

ol o ol St e

3 s 3 ixil
www.ency=education.com



L

24/23 s a0 (S gmad! | Olwoly tdaddl sw\,aaxw\Hb:s;ugdﬂ\w\)w‘ﬂaﬁzﬁumbg‘

ualLxl) ol | Lol_s
. :JaUt (g s
1A pal) cilibad) Ao cigadl) -1
(<) J<al by (1) J<ay iy
o =3 .ARNt =2 . jid (el | (Ratw 3ll) atn el =3 LARNM =2 e jas 3]
ARNm Ala i jae —6 ARNt(Al2) =5 Lasy Ay -4
() JSadly Aay Ao jal) o Cijal) -2
& (sl 53l ag)sull Jpas e 5 Lanal) Alulall Alain) ) deasill (o ALY Als e o
%7 | 2025 b s Al ealiy Sacs ARNE s () A A gl Ruala) @
ARNM 330, L&) saliaall s3al)ll Jos * c ) Gaaall Cud alge *
OsSE Gl 13 Qi e 38,840 ARNM 3 of La o) 8 Ailid) claagl) s il -3
:ild san < 618 (e
01 bl A 5 Kl e A el el Gmes S o e
Ll Laea 304 = 2 — 306 = 3+ 618 = bl ;5550 8 2aed) (alaa¥) 2 3(1) e 0
(sl syaly + AUG Uil s3aly 1 2)
i Laes 304 = 3+ (6-618)=akash) (sl b Auisal) palaal s 3(2) &
(sl 33aly 4505 + AUG 43D @ 6 )

www.ency-education.com




o't

2x0.5

8x0.25

01

cegsasall Jon tdaske
S sall el AT 8 a55) 5 ARNE (e S paliy (oS :31K04)
Al alaal) Cpecaty 1 ga )
AaallyFlaia¥) Al 385 gall gl 2 e
ADN a8 23l Aluls e WILIARNM  Zial (goall aiaill ) Cosgrs 31l s Lusiny) o
e BUail ey sanpl) Lals e Jasy Ladiy dudlsd gpall gl DA 2 ol 5 daasill o
(ADN (5 33.) ARNM 43))5550%
(e i) ae ATP iy agud Galeal AARNE) pualial) Jas il o
AminoacyFARNLE ) e s ail Jasi Linel) (aleall) Jastss 201 253 s ylls Aansill Alaje Gy @
-(synthethase
MET V) (aeall 5584 AUG U 53al a5 sl pa sy danil) e fasi @
(UAA. UAG. UGA ) Cagill cilialy (53 () asisul Jsmmss Banjill 35 @
Ll sl ) A dae)d Ay s 5 doanad) AL (plat e
Zl 5 sal) yaill ALK Gansill cpalil agsu) Adiday 3 VL8 heaic ARNE Zisa i :Aadlad)
adbs daiadiediing y il

2.5

0.25

0.5

0.25

0.5

0.5
0.5

3 oo 1 il I ]

:inﬂ\ f-}’.J\
1 ) 8
(1) Jsd

O (i 8] gl A s i) s (e ) Jing g i S0 5 gl 0 el (303 831 iyl 3
il g g 7 Vgl iy ol o Ay Y1108 ¢ (Jelill )

(Uil ) g jid £ I (Jelid) 2a) J g yind S5 340 .7 isn3 DHCR L 7 360y U i 5 34 7 s iy
(=) e

G215 (5l g 3 380 3925 g g i € ) g id €5 0 (g ) Jei) 7 DHCR a1 i

200 ) 3 e Al llag Jg jid oS0 g gl S ll 5 )5 03 7 DHCR sl Jise o

3OS 3l Ly (o g 31 0Nl (g0 Al J35 by 4l 5 J g iad S0 (il a1 )5 (52 0 SLOS (s g 4 g
s ild 7 DHCR a

www.ency-education.com




:@L‘Jl ;}qJ‘

:(1) Jeu
pakedl 2l e
CTG CAA GCC TGG CTC CTC ACG CAC il b ALl e g lp
CUG CAA GCC UGG CUC CUC ACG CAC ARNm{s # 3
03 Leu Gln Ala Trp Leuleu Thr His g dala 5 3a
whaall padll Lo
CTG CAA GCCTGACTCCTC ACG CAC il ALl a8 ln
CUG CAA GCC UGA CUC CUC ACG CAC ARNM ¢ 3
Leu Gln Ala ETR Y
oo I 1 o GUN A 3 Sym 421 i ) Jlaid 5 im Jlaid 5 i & pia ad il e
gl b o 1 Ay 5 1, g a8 ol e UGA B )
gl I ool 1an g WAS1X iall 301 53k ) 2l TDHCR o ) gl o il yipendl 2 5l 6 i &gt g i
o (el i) Jy d 8 e T gl Jelii Sipa i ooy 13y iy g 00 gy e 52 A g0
A 0 ggle Ja g (el a) Jid 5
) A il daa i A A ) daa S0 A e
3 Ry 2 ixie!
05

www.ency-education.com



1.5

0.5

01

1.5

gl a2

() e

TS (A8 b b Sy s S gl Ay i 80 2y ¢ (L) BMIS.786 Ao Al 2 3 panall
(1) Lo A i 6 0

TDHCR s ol il sk J jid € I DHCR.7 s Jeli oy

Japd Sy T 385 9157 paaiaie ol A g d 58 5 05 BM15.766 44 ey dadladl )l (e e pans
.i.‘AL-:JH.:_H.r.AHEi.i_;lllciiy

s fd S JDHCR.7 Jigad Jelii il b TDHCR o Bl bl BM15.766 3
(g) i

48 35 A L 08 10 p 30l i 0y sid S0 3 g« (aL1) BMIG. 766 s o el 3 e guandl i

sie ) ol 0 Bl o 3500 i) A g S0 58 5 0555 (1) BMIB.786 g o Aadiadl (il (i panall

(15 ) sns i Sum 30l A pana

ot S 58 5 08 14C) Jg Sl 2 el B Dy BMIS.TEB A ey Aadddl )l e ey e
TOHCR s ot Jaulli s ) (mg.dL 58-1) Al sl 3pan b (50l e pandl (o 81 € 2 ikl ja o 330 )
p b g A B8 S ) gy Jy i L Rl el

i e (S My ol il o 535y id €0 585 0 V1 BMIS.766 s TDHCR ) bl Jai 2 g
A iy lead) die o pdl gl ol 3l g i S 2 12 Bpaa J

:CJL‘J\;}’.J\
. SLOS e 53 4a Plia (343 s (adld dic g AUl 5 A1 el Jaall) Gy A8Nal) Jakada

it (WISIX Lsga) bl | o iy
il Sal; sy A 5421 4,6

< SIS
A 4
§ ad Ay ALl s Zeddl
e sialy | S
St
a3 + SoALEN bl
o i gD 8 5 i
133 Gakila o33 sl S
e el £ sl § Shaall o
SLOS i.a g gl
3 3 il

www.ency-education.com






