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¥+-% #®1Ap (Genetic Disorders)
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—4-—IB§4»5 ME - RS H i e o
74 k8 (sex chromosome) b >
2 4 gg? FlH < 2 4 F AN A oo de
ABA RS o Kk ah LR R -
$o DB S B SHAS o Aok 0§ 224
‘%L‘?ﬁi—’iw M rs: X 498 2478
en Y AR B - g d WS B
o R I H p A g R E A
TS ERAFELI MDEE o ek G -
AFE AST 44 W p B4 region 2
band 1 % subband 2> ¥ 3z 5% 5Hp 21.2° &
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2ntl) > > - B > 5 E 4 (monosomic ; 2n-
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A Ao o
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2. #% (deletion)
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3. F w4 (inversion)
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50‘?"””1—%57“’"’1’“"?"43%%‘7;
XXY» @ 2 & %0 XY o {'ﬁfux’ ¥
e LML d R (sex chromatln) i

T FERT s B %‘r{fﬁr A s gy
Fép\ °
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. o ¥ 8 3 B % <\ g
(Klinefelter’ s syndrome)
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(semiferous tubules) %2 2 zH+ o 3
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39, XXY ¢, » 3 & 3]0 38, XY/39,
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2. Turne’ s syndrome

LAt X % ¢ 48 fL Turner’ s
syndrome (FEPpiF&p) > HL A4 4 48
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3. KW (hermaphroditism)

A e R S }\af "{5& 25 7
gt s (genetic sex) » A2 Y 49 %
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(1) £ ¥HK¥ B (true hermaphrodi-
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(2) e BEHE B (female pseudo-

hermaphroditism) @ £4p 8P} 7 3
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hyperplasia of adrenal gland )
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+ #afr (progestins) 2 # °
(3) Ae‘.t_‘tlﬁrifé; B & (male pseudo-
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et (B 11-2-3) - 2
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B 11-2.
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TR oA XXX Wwed o kg =
A d FRE > A e XXXX chinre o R
eF = BHAd FRE o 2B R
XO0* %> plEafdigd gy L o

S ERE VR A

(Mendelian disorders)

I

TR A Td A FINARE > D R
mpatdREa v LT - N Hif Ben
o7 Aaaz g () MAI MELD
% (autosomal dominant) s ~ (2) %
J g2 43 @ (autosomal recessive) %
B~ (3) X A4 atmd @ (X-linked) #

T
(- )HH & ML B O AR
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1. 328y iR (hyper-

kalemic periodic
paralysis ; HPP)
AR F 4 3 B v “Quarter

Horses” &% H 5 B h&fd - 5 5 s ﬁé
Frd@Aapz- (V-5 84FE3ALR
i Z Jg (combined immunodeficiency
CID) - #1354 PP B % » ¥ i~ 7 & v
“Impressive” =& @a ko p w7
60, 000 £ Quarter Horses 3 #*J5 ° Quarter
Horses =g % < T 5 e FH E - 1999
#42 0 % ® Quarter Horses & g & RoArgoen

& =& “Impressive”  § m S B TR
R vL HPP ¢ DNA # & - HPP «ipi &
9o @ 4E 1 B L 474 P oo 1035 (muscle

fasciculation) ~ #*~ ¢ & %  (muscle
spasm) ~ 4 (sweating) % /& 33
(weakness) ° & & e 3 e 0V A g
e B LA B R Rk ok Rk
BT ARmpEFLSLEER 0 T type
OB eweg'av Ligpican® e o T 5 Biks
T o RIF s (sarcoplasmic reticulum)
R R B2 o RGPS ET 0 IRE AR BB T
(electromyography) Egmend|goplsk o 0 A
2B REE PP R FE 414
r‘%ﬁ“" BEDAFIRED A > e e
(cytosine) P~ 1 § £ % (guanine) 3R

2. 2 2 m B X ¥ =
(erythropoietic porphyria)

ﬁnk% "fgéi%%

3. £ X i @ M M T kW
(congenital hereditary
lymphedema)

LLI}%L}ﬂl%«zﬂ‘ ;ggo;fﬁi%g&i:&
Be T3 EF M F RS
34 i«’ﬁ% ’ :%#“’“féi‘?”ﬁ%}tiﬁfj_ » R34
® ﬁ—kmj\"ﬁ (B 11-4) -
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Bo11-4 RA= g BEH" ko 21k

4. Marfan’ s syndrome

Marfan' s syndrome (& =< %% & ;
MS) & - A chpp > Sp LG
o EAE K i MR a £ A
—‘*—:}F] p&tﬁ'ﬁ%i#ﬁ H o ﬂ\pf‘gﬁ—’f-’mli::
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sk o gt Ed A B R POk :f_,?i‘ez g v &
Lo PR - PR R e (mltral valve
prolase) DR B o ¥ E AL
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A H Jgﬁ;{bg %“'%ﬁb‘;ﬁ@f‘ ﬁﬁ
ISR R (neuroflbromat051s) T

oM O3 R OH OBOR (familial
hypercholesterolemia) ~ = # 4| & % T

(adult cystic kidney disease) ~ &+ &
o R R (acute intermittent
porphyria) ~ = ¥ % 2> & (osteogenesis
imperfecta) ~ % & £ A i j& (tuberous
sclerosis) ~ s ¢ £ B & % s (von
Willebrand” s disease) ~ % 7 # # k>
(Huntington’ s disease) % o

(Z)Wh 5 WEED AP

it Xp % 2 4 #'2 + (autosomal
recessive) B @A HMAAF G o 22 DB
wmnéo%%&ﬁﬁéﬂﬁﬁﬁ@’%*
PURE o M EERR R Tl & S BEFIAFR
RER- FpFradt L A2 p o o B
|+ % 2 Merf e (lysosomal storage
diseases) °

1. % 2 e fi g (lysosomal
storage diseases)

EHHT B R R TR TR
k- & (uniform) » ¥ BT84 4 f00E
e I A N I S U
(complete penetrance) - # Jp i1 # fi %
2L SRETIpE a3 AdEd ke o

BA -4 AR o BRI R R
By o AR RMEfE (2 11-1) -
RN X Rl e Sahh S = eb SRR I
EMT GRS PEE o UAJRLER Bk A
+ (macromolecules) o F|if @+ 7 Flm 5142
AR A B Bl A KT R B Kf:}#m#ﬂ
ﬁ;frﬂ ﬁ/f’i ﬁ; v F] @ _L'fﬁl Lt/{a"%{g]]\ ’ /ZF\'\%
R B wearn o RFELBZH

+
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el

¥ # £ B -galactocerebrosidase 2. # °

(1) shimre g e F S Br#s (globoid
cell leukodystrophy) i
Krabbe s disease ( Krabbe =
) o el H S kMR
}ij’%:~x%,]vii§;§ﬁ;}}—,‘sotu;}%§}ti%?
A~ 3\5] SRS A S aE Rz 5@
h= N B
galactocerebrosidase ( f-* 5'#%
Tt fE ) o Fleb @m0 R U
"% "5 (galactocerebroside) - i
ERCACEEHEN S SR U S PR s
2B (34 B ) & g
ik AR o BT o g P
v B3k Bk (globoid) #E & *flw

<
Pl —
“~

o

Bl 11-5. 53t in%e %56 7 4 3 (globoid cell oL RAIR ARG o
leukodystrophy) - & & - &3 % ¥ & #f & fremea
(lysosomal storage disease) @ E ¥iim® “ui% 7 &
i REend fUg g ey (galactocerebroside) o FlE%
211-1 #r 3P RMErHEA R 260
Disease and Species - Breed Deficient Major Accumulated
Pseudonyms Enzyme Metabolites
GM: gangliosidosis Bovine - Friesian B- GM: ganglioside
Type 1 Feline - Domestic galactosidase
Canine - Beagle
Type 1II Feline - Siamese as Type I
- Korat
- Mixed
GM: Canine - German Hexosaminidase  GM2 ganglioside
gangliosidosis ; Feline - Pointer A
Tay-Sachs disease Porcine - Domestic
Yorkshire
Galactocerebrosidos Canine - West B~ Galactocerebrosid
is s Krabbe’ s - Highland galactosidase e
disease or Globoid - Cairn
cell Leucodystrophy - Min. Poodle
Feline - Bluetick
hound
Domestic
Glucocerebrosidosis  Canine - Sydney B —-glucosidase  Glucosylceramide,
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; Gaucher’ s silkie glucosylsphingosi
disease ne
Sphingomyelinosis ; Feline - Domestic Sphingomyelinas Sphingomyelin
Niemann-Pick - Siamese?
disease Murine -

Glycogenosis TypeIl Bovine - Shorthorn a -glucosidase  Glycogen
Pompe’ s disease Canine - Lapland
Feline - Domestic
Ovine - Corriedale
Mannosidosis Bovine - Angus a -mannosidase  Oliosaccharides,
- Murray Grey N-acetyl-
Feline- glucosamine
Mucopolysaccharidos
1S Feline - Siamese Arylsulphatase Dermatan sulfate,
Type VI - B Chondroitin-6-6
- Plott hound sulfate
Type 1 Canine- a-L- Dermatan sulfate,
iduronidase heparin sulfate
Mucolipidosis Feline - Multiple Mucopolysaccharid
deficiencies in es,
cells glycoproteins,
lipids

4 p R D. Jolly: Lysosomal storage diseases of animal with particular

references to bovine mennosidosis.

(2)

o ipU mE im0 ik T R R
(A fR) X g 0 b HE
Fd it B LAY B Y
ryaF (B 11-5) » 4 PAS 2
fast blue i % ¢ pF > B3 MArit
AR

24 Z#Hm (bovine mannosido-
sis) i fApE L 0w X ﬁ‘«?"f 4
(Angus) % &= @ ff P X P A
(Murray Grey) o i&fijm % - f
Z «a mann051dase (a-4i
fe) o Flt Bl ) fRTe0 g

\m\.%‘;%:»\»—
o J ORI

3 (mannose) 1 % 7‘FP
(oligosaccharides) % N-¢ fig§
i OB = (N-acetyl-

glucosamine)

In proceedings of ACVP 1978 Annual Meeting.

o TR R

# 1 E# 2 A (ataxia) -~ FHIS
# e (incoordination) ~ & 3%

F;fﬁ (head tremor) -~ & & 1 ¥f
(intention tremor) % rx# 4
% (aggressive behavior) ° 7
A4 TR s ek F R A4S

ERRBEL

L I =

Fo e

AS

A

SR

= — _EF\
RESE R IR

B KG BT LIS fEenime
4)'5 ZE o ipllm

mPe ~ B imPe

% e g
(= 55 0%) 2

Eﬁl%ﬁ“m LS 'flr'gi;’f';ﬁ_ ~ \:'é:“fé g;’r\ .3 E$}i
His B;”]U‘}E.fém?é? o T3 BT
VA &% &) (membrane



158 % -+ -

(3) *

oA BA

bound vesicles) - igdt 7 § hif

#EIFHOZEMARE o HHFRT
m«’rf' By B EEARS R 0 TR
FIT Ze o Febo figr Y AR
4] #8  (spheroidal body) 4 3;
= P AR AR A et hih R
(axons) ’-’ﬁ’«‘E”Lr’T = o

- A& % pERMHAr (canine

mucopolysacchar1d081s 1 ;
MPSL) = sefpaf 2 20 AR
(plott hounds) - iz P kg e
ETRE RS e BT R 21 q
-L-iduronidase ° 2 A &3 MPS1 %
R BRRE T A K i
¥ 18-22 27 F AR B
710 272+ BHE 2 EHE
A Rl PR B &g i B
i %4 (erosion) - B & & A7
I REAC) N R Y £~ BN
U Y NI (LR G SRy N
e TR BK o BARET 0 Fuh
M Emie 2 &k w2 (astrocytes)
§F oz & gy Pk
/A/EB:O_“E.JILE*%I—J:“_—I-,&WFEF"#AJ
e o BWET o8 FT
.u}?;g\:f,am ‘5,}7}:0"3%-\93_\ 2 Ak

Y

SRR BT g
t AN I LS AT S A

Epen g it e ip it B H P
Befme b F p L e s @ F
2R I S LR S R
p&  (mucopolysaccharides) #
/$ I-L s} B:F-%mng—n- P\-"ﬁi\ ,1&,3% Lo
?ﬂ:i-%;',{ﬂftﬁ,%ﬁﬁ %F'Iﬁ.‘/p‘%f_am%
o e LR Ao
B E R @J%’é& 1 (osmiophilic)
GdEk 0 B & 8P| thod B A
(zebra body) i o 2 4 - §
WL mie FHITY L OOFRLPEA
it % (heparan sulfate) % A &
%2 fipc® (dermatan sulfate) o

# %A g ko
(hereditary neuraxial

edema)

L }l)ﬁ w4 am & a @ 2 (Polled

Hereford) % # je2 ] 2 o igfd | 2 414
AR NS e SRR

JEAR o T EE AR IE S B AR~ Bk
EREN A i?‘”"””‘l* m#’”?F'JT AP L HEE
P AMERR o BfEV i”mﬁ% (brain
stem) #HrkHE (%] 11-6) - Bis™ 7 4
RERERBNRTERE  pRT LA
T

3. &2 # ¥ & W g
(aganglionosis)

A~ e ¢ ) 5 % & (white pony
syndrome) ° overo paint horse (overo %
T ) pRfEeTA S e d Nk )
B0 218524 LN ORA 0 ALY 36
ﬁmyﬂ«o@%ﬁT?iﬁ%M%ﬁﬂﬁ

S & (H11-T)

B 11-6 & 2 g @44 bk (hereditary
neuraxial edema) - # % 4> @ &5 %2 (polled
Hereford) - 47T 7 R3] #géhe Fark i o
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® 11-8 Jjj Fanconi’ s syndrome % *» % > L3 %
,J*Fz_f PR LT - RN A A

. ¥ ¥ % * & (osteopetrosis)

FAnEfArE (Angus) ~ @ PR 2
(Simmental) % 77 #f #+ (Holstein) - &fd
JAHMER) T s 2L P ¥
CERy R R RS C

R4 o By (B 11-9) o

i

B 11-7. ] Beas &g (aganglionosis) » 4
W0 H REci L E e i) & o

6. + A 2 F 2 2> (epithelio-
genesis imperfecta)

4. 7= B R 5 &g (Fanconi’ s AR Ml Fa 4 o FA e
syndrome) AFAT AT ] F S FA o SR

FAWE RSB SRR R oA malE

R I EL Ve SUL L SUEAP IERERE 3 }E‘_ﬁ@;ﬁ;}% AT R AR N A SR
43 f 4 F 4 (Basenjis dog) - e H s f& PR A (R1-10~11) -
MG AL BRFHDTE L LB _ . ’
B a0 T2 KURY BB 5 R - B (;) X 74‘5'&"“—}—33;&‘35-)?3
g ~ T B A4~ His g
My F ke o 2l R Y OR o BE
T¥ A4 s FikA (hyperchromatic) -~ E
¥% (megakaryocytic) it g w2 (B 11-
8) -

Bl 11-9. # & osteopetrosis (¥ %7t m ), ¥ 4
FRE (FHA) > FHIERR -
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B 11-10. st 4 2 %72 > (epitheliogenesis
imperfecta) °

PEIA G MalAez e X-R M
Mk 2~ 3R X-%4 45“’?*“3?@?";%?@ (X-
linked recessive) » # ¥ & ¥ # 2 A i
* 3 (hemophilia A) d e o His ¥ o
%iﬁiﬁﬁ%’%§§%6&&iiﬁ#
Z E (glucose-6-phosphate
dehydrogenase deficiency ; G6PDD) ~ & &
BT EA R~ E TR

B 11-11. B 11-10 >

< (Fabry s disease) % & #odf 5k F-v
» J& (agammaglobulinemia) & - H ¢ » &
A bR s kR

(1) & % (hemophilia)

BAREANAE R oL A A Z
> B (hemophilia A & B) =& - & f&%

A4 MUmE @A - & S A LR
i % % A% (factor VIII); s % B &
#*Z %4 F1E (factor IX) » B35 Flage #
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