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FUNDAMENTALS OF PATHOLOGY
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CELLULAR INJURY AND ADAPTATION
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and flat facial profile

e Simian crease
- ® ‘ﬁ—

Congenital heart defects

Intellectual disability ¢

Abundant neck skin

Intestinal stenosis Umbilical hernia

Hypotonia Predisposition
to leukemia

- Gap between first
and second toes

O Ae e 1-6 84
e a e ladll g Jladi¥) axe Lo (18 raall EiL5) Edwards syndrome 21 93) 4a s
Y
£

Bl LA il sl s Tas o HIAY) (6 A s el gy a8 g AS) e Ayl ailial

Prominent occiput — Intellectual disability
Low-set ears N Micrognathia (small jaw)
Short neck

Overlapping
fingers

Congenital hear defects

Renal malformations

Limited hip abduction

Rocker-bottom feet —%

3505 e e 2-6 JSi
A see a3 aa hadll 3 JuadiV) axe e (13 sl L) Patau syndrome ik 4 i

AN il i) sy o Tas g uadl Y Ll 2aad 5 ¢ ala¥) Elaall JalS zlail (l Jl jraa
Jsuadl)
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Microphthalmia (eyes

Microcephaly and
smaller than normal)

\ intellectual disability

Cleft lip and palate

Cardiac defects
Umbilical hernia

Polydactyly
(6 fingers)

& k| '
{) /_éL Rocker-bottom feet

S i 36 S

Renal defects

:Disorders Involving Chromosomal Deletion cibiaa cila Jadd Al Gl saY)

Glasasadl 5 all juadll g1 )3 Cada s & Cri du chat syndrome 4kl ¢ ga da s
(N ray AR A al el gind dle) cddaill ¢ gen dpdy A5kl Mo ree o185 (el Ay el
WAGR 3824) 11p13 s (Lesindl sidhy )l 4a) 13q14 (seaii Microdeletions 4&8all cild gial)
o3 ([lie alad lilu o clS] dpiad ddle ) 5 (Aalulss A s s o a8 e ¢ualis p ]

A a s g gl Jagatilly LELEST Cmall (0 Cung Tan 3 a4 A5l ld sl
Leflisy

:Disorders Involving Sex Chromosomes 4xwiadl ciluall Jadd Al Gl saY)

ELE G A 5 Caaid) AL ol JuasiV) axe Lews Klinefelter syndrome AiNIS 4a Dl
FSH gl ) dy il il Hall s 47, XXY & dorsall Lla¥) a3l die 4 guadll il
Cannay ainll ¢ omdll ) gaia Gpaniafi Ay gy pudl ld g sall () 5 ytias sl il siasa (alisi) ga LH I g
(s os sl a8 el e G Al sh daea cilile Cildaill il

Lyl e x) oadll o) Jalall Lim 59 5 oy 5 SO Jaaill dany Y il dsm s of B3l

Y eall e ([SRY] iall saxaadll Y ddlaiall

& Aruall Lla¥) ol GUY) vie 4 padl) jalil 2ld cass & Turner syndrome s 4 lia
Ay pall Qs gy ranall calall sl g (g gall ()5S (g5 58 SN X anall ) 145 X
oalaall Gl el o Bac Lite Adlie aa B yual 2l Ll ()5S0 5 A5 50 Apudal) laall skt 8
ey il il dada 8 5 jalin (ailie g Y S5 e Ganall (5 AY)

Gl g Hygroma ‘;m;\ﬂ\ GJLA\ ?JJ“ (paniali d)i‘y\ B)’@;‘Y\ el Jaiii gﬂ\ A ) Halladl)
S e alanall 5 Al Hall Ll 8 eV & 5 (ganad) AGala A8 al el <3 ) gl cminal)
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Aasl ps sk ba G 0K 45 X/46, XX ASal ) se e (sl SGY) Cpiall 0 5a s ¢(al

Webbing of neck

Constriction of aorta W

Aagdall cla gl ¢ gan g oLy

Short stature

Low posterior
hairline

Broad chest and
widely set nipples

Cubitus valgus
(elbows turned in)

Rudimentary ovaries,
infertility, amenorrhea

Small fingernails / . 7

Peripheral lymphedema
(swollen feet)

S de e 4-6 U

Pigmented nevi
(brown spots)

L oS ((Lyon's hypothesis of X-inactivation) X (sall Judi asal ¢ gl dua b A :dB3adl
Aad e <8 AV X raall o lial) (aeead) Gl 451 g e L) alaae D Jlad aal g X (isna

:Disorders of Sexual Development (DSD) (iadl ) ghill Ll sl

5 IS A g 5y 5 pually ol Al 501 (e el oy 0 (S i) yyaa

LeSlay Al i) clrsall (6 ) adi sl (all) Karyotypic  (Aal) buelilll o
adll ki die =iy Y Gaall 2 o) (el

oadll gl (aiad) s asa 5 ) i Luinl) Gonadal SEY) e

il 1) Mullerian b se 368 A3l Ciliida 35a 5 ) 50dS Ductal sex dswiall 3Udl o
) gl 1 S3) Wolffian <ilss 3 i (Jagall (s shall 2 3ally can )l ie can Il slla
(As81al 281 5 A sial) My sl

ALl sliae S oo A edaall ) yedy sl (Lulill) Phenotypic (ASE baill o

Uane g (s JS a2l (5S (Ovotesticular disorder ) ¢ swdll (sl (ajall 553 palazy)
Lpuinll 2BY) 46 XX 2 6 sadll ol (i pall Lpual) Blal) gail Taa 5500 Al a5 dpad g
SBY) () 5S5 Cus cOvotests @ sad (e sl (sal dga 8 duad s L (A Gane L) 0S5 o (Kay

G Sl ial) Jaaill 5 A8 jude Wle ) 55 Aguial) 3Ll dpad iy (cane g (e S Sl

46

agae Ll sliac



650 alaiY) Jady (A 5Y) LA & gl Clbia ) sSlay) ) gl Gl paY 46, XX ciiiall
Obadl s e m A i) g 0 oSN AU 5 eJagal) 3 OV 830 cpmnall ) ghai il al
(ol sk (yal yal (555 paladY) Jady (A SA) 43S 43 gl Clia o Slay) 46,XY Chia
hall s e g Al il 5 o 51 oS AU 5 aad AlisS Jila e s 2 Y) gaieal (al

:Mendelian Disorders Jiia (2!

Oaats ol jalall A25LEN Ll 33 jhe dia & ) ilay Caati Mendelian disorders Jie )
Al paal) B el Akl y bl il Akl

) die i Laa 03 jhe 23 0lS o el Jlaguly Gass Point mutations 4kdil) < jikll e
Jliiad Ladie Caany (Rialall 5 jikall) ABlaiall 5 ekl anal) dpkiill 5 jkall JS& il o
A 3 jakall cassall dkadill 3 dkall JSG | Jnel) Gaeall ud e 535 el dde gy eluY)
ki) 5 ikl JSE | neY) prmaadl s Baam 5 3l ) 4ie iy el Jlasial Ladie sy
i Ml 5l 1) g3 e iy Gula) Jlagiul Lavie Guasy dulall e 5 ikl el
e Gl R

I gag punl Gada sl JWo) die st Frameshift mutations Agaal) 4G <l ikl o
Auall S 56l § 8 Gl

& sasi O (Say DNA ) ey shaliad dlalill <l jihall Lgaia go Gy 5 jidall dlainall ol H3ll) i
s s ) oande e IS e ol shae (g g0 o0is ) ) (el ¢ oanbe e Al (i gen
ol A A e cgoatl) dal se e JAISE () Sy 3 aall 5 0l lalial) <l jila i g ) il 5 olag

Anal \CLH;L\@

(il saaS Cainay () Sy gl pedl ind) #3gaill 5 S g i (s Al Gial jaY) A1) 5 ke
¢l daay (B ) )5 & ek cdilu X Aally hasi e ¢ ela X Saally Jad e jela gaua
Ll gall Baamia o el yadidll

3 elall g sailud) dauall (al WY1 1-6 Jsaa

i DAl o) (Sa) g stie sy | (Asdhall/plal o)) Jilaie JSae e sd)
(42a) all

& sia yuad pe dLlS 5 40 PRI FIRTE]
Jiiane s} (5 g0 oy g 0 Bale i Gy Bale 3 akl)
2a) 5 slias 85 ik alleles pmlcadl IS i ik allaiall

:Autosomal Recessive Disorders 5_glall Lswall [zl )

oy 4] g 35 (3 =l 8 ALY Al ) jeY1 sail 8 Cystic fibrosis (CF) (sl (sl 1a)
38 aa gl ((CFTR ) (Sldal)l ye Jaill dadaiall &l ol ofall A ey ) oIKI 5L (4555 30 (83 éha
(AF508) 508 @ sall & (VT i aaY) (aaall Caday () 65 Leidl a5 7 il e 4l

elac Y1 1 k) A8 au 5315 (oanla e 3 pal alae ) (g2 a8l &y ) SN 5L (g

rclial) ae) 8 e cpiael8 alaay 0 sy Al S elall s
WG g s leaall gl O (e pe b el dpaua I AHH5l @
k) vl ) e ST e 138 5 ¢S (S g 50 Ay yud) il alldll @
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DAY s a3kl 5 53 all A el 20l 55 Gy el 553 O

iy me ol el ) S 4y 50y ledl (Al cans€D) el oo O (S 0N (3
Sluad

Jsaa 4 iy Lae uly Sl Al aland) Al S oAl Cany o (S oS 6 e
Ciliaalidll e 5 a4 S lend) aaill pabiaial o g (M Lage (b Sy gl iy
i) 8 Alaidl)

W5 ol s e o b ae A eI ool 3815 O (S s SA il Sleall 8 e
83k U g5

(s sial) aadil) ) g3 of OSar Ay sl jtall il slawl sl 6 e

6 sall 22i¥1) A3EA el sl Canast () Sy A8ESN ) jaal ¢ gmall g2zl Jaandl 8 @
(meconiem ileus &=l

508 g sall 8 0¥l Jaill (i (e gt iull) oS g lal) YIS alana 1 gead) plaasl] ) s
O Dl HS) AL Zgall #Lui) aay Lo 5 05 oall ) LYY ae Jala (5315 ¢(AF508)
S ANl (e ST A 1A 5 jlanl) (8 s 3L gl dee J (g (sl oanla paal) ) 5ISU SUE (i 5
(sl sLzal)

eladlall (i sy DNA A Jlase b (a s saall )5S @i 1) Gl JLial padidill cudhy o (S
gy 2SI il el Bl Ll 5 lall 6y 8 Baly 3l eda (ST ccilivny SV s (el (s Gumy
A0 30 Aol il laaxivall dndall s siiall 8 55 zledl 3 gl (5501 G el Cay (o pall

Burkholderia =) (s sedall (i yall 5 0 g )5 s a3l JLall [P geruginosa 4l )

s o ) 5S¢ Ol ) s 5l 5 cepacia

Homozygous
F Patient
F Carrier

MNormal

o o

MNormal ASO Q O
oo | () @ @

() = Sample reacts with probe
() = Sample does not react with probe

il (S 1Al ASO (S dbaall o gil) i IS sl 8 jlansall Jlerin) \5-6 JSG

e iy Lae ¢ DS 5 0 ¥ Jadll e can & (PKU) Phenylketonuria 4uisis Joid Al
0508 5o 5 T Jndll dalis i giase
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agd) sy o sallay ol 1 geadidy ol 13) (K15 8aY ) e b 53580 Cubeadd) JELY) oy 0
Ga sp Ol O sS elll e g ala s Cp sl e el 6 e Sad ki Gal al
S ASI S ) Ao Jsa5 3o A ) agadl (58 O (S Gmbadll JUlYI 5 5 ) Cildide

(i Jrdl) i

s oY Jandl) Oy 3PS 50 Vi daiadl) 140 gaad) pleassl) ) pn

ind Lo Ly 0¥ ) e deny 28116 055 73l 32V ) e o 43S Jid Ay o (g sl
ceriall Jaall 2b 5Ly

48 259 jse O5S «Benign hyperphenylalaninemia aded! adll ¥l Juid o 8 ¢ all & )
Al dBle) cuadl A4S e 0 6K3 g ¥ Jaidl) il glie 8 (il o) ae S

Agaally 2l e iy Vg 55 (o gn s s il dele el o gl Casy ALE SV 8

Dsh (g JSLEe e O (S 0T Jadll andiall e oS) ) caY) e A i i Al <Y b
Aeally ) s i @y (e BBl ial)

uutinn 5o gl Jlaes 8 se 2525 2ie Euaad (Ochronosis alaall) Alkaptonuria 4 gisl 4y
daliall Al @5 4l it ga5ll (iaes ) .homogentisic acid Ul o) i 4ie it Las oS
(i sa sel) Gmen 30uSY Aa i) 3 gud (5l die b (i il La pad)

o1 s iy e 5l g 3 Jla 2l ) Jsat a1 jical coald Lonse 43 01 J g3 3y pud) aUadl aads
ealial) ey Seall el Ll cun 55 4 gl Ay i1y W) (0 5) i aand (Al o 58
)

ol Gabeaal) GRSV s D) ZUEY (55 pall Sl w3l 5se 4 Albinism @l
Gl ) i Bal ) die i ¢(sala e (Bler) Ol s dpmdll oY) calall (4 dldl g laa
LAY e ld 5 LAY AL

a5 gmy 553 )30 (il el (0 de sana 2 Glycogen storage diseases ¢w sl (A £ 93
CBlanll 5 ccldl) (Al A s Sl aS) 5 die iy Al s e Sl COELY 4y 5 gl ey YY)
Al

-6 -35S5)) jse cuw a (von Gierke disease € sd £13) Type | Js¥ bl o
o) S i g 2 Aalaicay Gy s ety g ¢ Slilin b

& Jlu)sSsle-1 AW 5 s 2 (Pompe disease (2 £13) Type 1l Gl kalll o
Al colmall i 5 a2l Aaliiny g e sy (Ll Gmen) Aa) ol
Ot ey Q) ) guad iy O gall g clall dalaca

Jse cuw & (McArdle syndrome  Ja)) dle 4 Dlia) Type V  ualdl) aall) o
el A e Bl e Tl sty Lo ity el i 5 s om S

Lysosomal storage diseases 4Aadl cilaguadl ¢33 ¢ g4l 1425
Oaa Baiae S o815 ) (525 g5 (DY souel) paea) Al Cllasuall s 33l (3 5528 s
Al g e sl A5 Aal) ddlaiis A Al Clagall

Tay-Sachs usSls s o

Niemann-Pick <lu (lasi @

49



Gaucher i o

Mucopolysaccharidosis duhlaall y Sull Glyse o

Fabry g4 e

Metachromatic leukodystrophy ¢t Jaie gl @by S Jis @

HEXA ) & 5 ik ) Hexosaminidase A Jse «uw s» Tay-Sachs disease (aSbw U gl
4 S el Al Alaall Al Glapall (8 GM2 ) sadaila) o815 ) (5055 Al (15 uall e
(30 e 1 Adead) das) (5 LS 5 s s @lE uSlu G ela paad) A0

i grae ) 4 S el Appaal) Aleally (Anlalll Alia) ey e Y] SN dal) L8030 Jady i sal) £ 58
g edl 6 A exy 81 2Y )t pumada ) JULYY G 5S (Rad s I3 A sia
Al Slsin 32 em Gisall s sk Sl 5 (Soa il pae 5 B e D) sai) Gl e V)
s 3 s im0 5 o s ot 5 o] 03 e A i 5 5

.DNA 3 Jlasag
AR Glasall ¢ 3a ¢l g3l [ 2-6 Jsan
4 gial) 3alal) a8l oy 3Y) uaall
GM2 ganglioside Hexosaminidase A Tay-Sachs disease
Sphingomyelin Sphingomyelinase Niemann-Pick disease
types A and B
Glucocerebroside Glucocerebrosidase Gaucher disease
Ceramide trihexoside a-galactosidase A Fabry disease
Sulfatide Arylsulfatase A Metachromatic
leukodystrophy
Dermatan sulfate a-L-iduronidase Hurler syndrome
Heparan sulfate
Dermatan sulfate L-iduronate sulfatase Hunter syndrome
Heparan sulfate

2SI A gam 5 «<Sphingomyelinase Jse < s Niemann-Pick disease ¢l (lasi s)a
il Clam 5) (Pladl (Sl Sleadl s 438 el danll dleall Alal) Clapuadl Gaia (e sriid)

e1a Jie Gl OS1) (o 3L 3 5 o) Wil sa el et ey (Sadll pliall ) 8 drua sial) clallll
(oSba gl

Al Jie Gl ¢ a1 580 day) A8l dady of Sy 4 pimall JSE e aing el g 558 )
G OS] A sad 458 5 (o QI3 drs gie Qi suac ) 49 58 jall dpuanll dlaad) ¢(QuSlus 5 o1 )
Alial 5 Ay laal die JBlie) (Jladas 2 ddais) Alad) (St Sleadl s o(LeSla b glal el Ji
(Sks U ela (e Bl LY calaal) &

Ll aaah (laplll iy (3 ay 5Y) Capai 5 jik lin aa 0 B g A Jad el Glasiela b
J8 e 2 g bl audl-€ Jaadll 8 i dac A0 Al s A il aa g coliac
&) G i sale LB JISEY) IS el Ay graay o(dadli e ) &) ey o (215 Jp_yiad S

BYEOA(N ‘;J:\@J\ ‘;A 2L dssdn 3OS jate YA ) "Zebra bodies !u) e\.m_;i" &Aﬂa
S 1o L Ly (s AN e 50 L Lo aa 3 Ll W) el e 613 (8 a5 il (g p M 35 Y
AosA da Bl
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e el Aal) Clawall (53 ¢l ol S 4 Gaucher disease  sdige sl
Sleall Al ol 3wt ) JS50 e ) 5w e S slal) oS0 5 ) 535 Glucocerebrosidase
(oSl alall el b daa sial) il 5 s 5il) il ) i) Sl

oabi (Jlada g S ddliimy Gl el die el <Y e %99 Type | Js¥) haadll U<y

sy alaall 85 Al 5 ¢y sliad sie JBlie) dgiladall Lo jdl (g il (S8 @l S el el cilaiual)
Osbaall) (o8 A58 pal) Apnanl) Alaadl il jallas aans | ) s g oila 55 ¢ padae all ) g2 Of (S
.types Il and 11l &Gl g AU

ol (Gl Andy guand) dnl (S s Gld dedin clally 4 354l Gaucher cells < WA
I w o sSsle a3l Adlladl (g pad)  SlaasS anilly oy o) (S

O3 )53l (e de sana A (MPS) Mucopolysaccharidosis — Asbaliall 3 Sl il ¢
Aolalaall & Sl Gl (e 68l A sllaal) Al Cilaseall il 31 3 g2y Caa®s Al Claseaal)
(SUSe gl 5 5Sla1))

Atk g Al il 53 (Jlada g oS Adldus daae A 8 alatl) 4 sra Qe 4y pull alladll

O S5 G 05855 22l) JSAI) (o (L)) 58 Lo )Dia) MPS | Al il 5 cdliade e 535 ALIA 4n
X ol iy 3 jelia &) )5 o Led) « eI JSa o (i 4a33U) MPS Il .L-iduronidase
.L-iduronate sulfatase Jse < 5S35

:Autosomal Dominant Disorders aibud) dadwal) () jaY)

A Lo 50 450, 6l () 3aY) JSI 4 Familial hypercholesterolemia (sllal) adll Jg siad o Ja j2
e (LDLR ) AUl addia oy gy sall) Jofne Aia 33 sk oy 985 (500 JS (30 1 Sisasll
el ol 1088 ¢l ) sall J g el oS by e 330 ) aandd DL ) e & k) 19 aval

el U8 e LDL ) denly 335 35 «(HMG-CoA) HMG A reductase a sl acial

Ll Akl Ay cilieal Aoa cllia

LDL ) el ayivat 3a 53 Y 1Class | Jo¥) ciiall o

Alad) A gagl) Al 2 ja ) Jail) 8 e iClass 1l (AU ciiall o
LDL ) <isey Jalis )Y 8 cwe rClass Il Ul iial) o

LDL b bl ¥ s e 5 )38l & cue 1Class IV &I ) ciiall o
LDL ) &3ita ya g ale) & cue iClass V gwaldd) caiall o

S 32 e gl pedl 058 A 3 (g kiie) dradl) s il oS iy} (panal &y ) plaal
Aaala las jius ¢ (oralall (5 stusall ) ye 65 (30 ) gl (5 5Ss Ay 3 il 5 aplall (5 siasdl)
Wl Aaag 30 JBlaie) JSL (samac aliai s cpisall Jom ol jioa iy o ¢(2mlll die iladly aand)
(o) e iy il 8y SN i) A S 8 Al CleLitial () 5 ) shay

JSiy J s yind oS poiai dpul sanae a1 8 HMG-CoA reductase  :digsal) sl ) s
(Auls Zxa) ; 435) HMG-CoA reductase 4 4 usi J 5 il &I G ¢ anda

e (FBN1) Fibrillin (plisdll 4 8554k cuw o Marfan syndrome Gl be 4 s
A el GLIB dal ) NG Jamy (s sSile g il pudl) 115021 (vl

51



i yie Jualia (Al gha ol ylal e Adgnd Ay (Al Jsa) 4Soa Gl k3 (panal 2y 5yl jalal)
Luse) cpall 3 Vs ([aleall 2] mine s[RI sladly aedice o] Cosae jua chlug)
4 cpald JS5 (e Ll 005 e 1 () Slead) (el uilad) (B 5 oy s 3tk

LA 5 2 pall LYY ) e A5l (il 2l s sial) A € s i S5 (g o Sy
OY Jaei o) Ala s 55 (< pall sy nns) L) al ol b ylad 304 ) ae sl dliasl)
el aleall Jlawil i/ 5 s e dlaall ) gl Cus

pbcall il (il el (10 de gana & (EDS) Ehlers-Danlos syndrome  ouslild Jla) dadlie
PR SIS A PRR E SN RV PP TIVER P [P YOS B WL P JURRINE. g [P ¥ P
3 saddl 3oy Y15 Jealad) e dg gl eyl Cuy Jaloai) 3 jia Jialia s & sean (i g
3055l e Adline (33 )l 3 gl il 3ae la aa g

ela gaws U5 :Kyphoscoliotic EDS 4udiad) 4yaad) (uslily Jla) daPlia o

a3l 5 3ils saua JSE 1Vascular variant EDS (e sV zigaill guslila Al daPlia o
) oy e 5V G

Y S A cue il g 8ila gaua JSE Classic EDS ASedlSll Guglila Jla) da i @
(b e hgie (o all 5 ¢V b

Jla) A 3l calil) alaadl () S5 ¢(da sojauY) @l el Y S (g sl aiaill (il el 1AB3adla
Sl elag “LU)..\ST MJMA (e slila

Neurofibromatosis (uasd) Alll ol 6l

(von Recklinghausen disease ¢Jsi3ilSs) ogd £10) Type 1 Js¥) laaill aaall all) ol 55l
NF1 Al ddadiall dall 33 5ih s S5 AT 3000 JS1 1 4fsas s (Y (e %90)
=<3V G5l By (neurofibromin ) dpsukll sl 236 (17911.2) 17 raall o daui i)

(p21) 21 wall juadl g1 M e ras

s bl Cliae DU Zagbs ol 5l 5 323 dnae Add ol 5k ubadll allsY) Caaly o
ying Aganl) Al o) ) S (5 il 73 salll Aa siie (5585 O (S 3ot o 5S5 L Llle
.T . N

csmandl Al a5l s et Gy o oSy ((%3) LSS e

s "l b gl a8 S 51 6 ) Aridaiae dpala Gl Gl 5 AN Ay ) jalladl e
Clagie ) da il Aahas dple ol )5l (a3 58 Bale puda 5t Aaild A Cilay o) (5SS
aos 89 «(Pheochromocytoma ) @il 8l a5 Adilaill ol ¥} yhad 334 55 ¢(Lisch
MEN 2 2an3all &y slanall 2003l al ) 5Y) A a5 said Jus (558 613 ae Lol Caany (5,1

(= %10) (bilateral acoustic ) A aawd)) Type 2 Js¥) daaill aanll adl) ol 5l
A45000d81 1 48 5aa sy (YW

22 Gl e (22012.2) NF-2 55k ca)sbiiedin i aa sy o
S il e adinall Lyl b auls ahie & (merlin) Akl all 15 e

)L;J:\):\j‘(@w:\:\.\mce\)}‘)g)ﬁﬂ‘mﬂju\}ughe‘)‘jﬂgfﬂ\‘)AM\ °
Asvaall Aldadl & 555 Sladl a4l
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il il ol )5l dals s R Lac ol sl 6-6 JS&

e VHL 4l dadiall 44l 5 jikh caws 2 von Hippel-Lindau disease sl Jua (98 13
Ledas s i gl A8ade g8 Apmpdal) Aial) IUT i )l Jeall (3p26-p25) 3 rnall il g 1A
el gyl dale] 1a Jalall sl S Gy Jia) Ly 585 ol e ubiquitin b
(e ) sl Jal 5o

Jdus 58 a)s) hemangioblastoma  4Saill dle 5l A s )W) a5 dadil () (San 4y yudl jaladll
ey Sl sl QST (a1 oy 5) Sl daadls @ ladll £ 3a cgaall Agile gl Ao g )Yl sl ¢ i
saaniall Calall A 2 IS AN bl g o IS

:X-Linked Recessive Conditions X (Asall 4 all 3 &lall el

ped s X prmall e 3 ila s pela dim pa ) SA X Anally Ao jal) 3 Slall e 3
lua je e OV e Baall ‘;J 3 9 pall DBlala erten S8 Gliaad) SA il Laiy (Al

gkl slany ¥ Cladll SAN Y @

s Glmda W) oS0 of oS Al S Gl e

AaBY Chal dab sSA () ) Ok ) a1 53580 o (S Ol GLUYI Y S e
(X grnall dpnally

Hypoxanthine-guanine s (e & Lesch-Nyhan syndrome (g Gl da Ui
L) gad) g il gmell Sl ) g9 J3) Camay (s3I 5 cphosphoribosyltransferase (HGPRT)
(<l JST) 3 s caal) b sl prman Ja i caleil) b A geia el Ay pull el

Ja il J a3l 5 (a5 p330 duulia a2e 58 Testicular feminization (s sedl) cuilil)
XY dina Gipa aa )5S die A Al Al clae U il
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20508 Osisx Js= «Bruton agammaglobulinemia O Aeliall cilidgglal) qle &
2l b Ty o Gty A Liall i g glal) 215) 6 als 8 Ca X213 o il e (Btk) Sl
35k daa i zladd 5 duad) i ol

& b Ol oy eladll ¢ 358 ol ATP7A J) dua 3 )il (Menkes disease JiSiwa £33
(JsY) diall 8 < sall Chany g ¢ sall

:X-Linked Dominant Conditions X (A-ally 4dagi yall dailudl c¥Lal)

o DS (R eX rall ddag yall 5 jelall eVl dglin & X (hally Ao pal) Saibad) clal)
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