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Galactosialidosis
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Galactosialidosist® &4 F Wl A2 protective pro-
tein®] A% 22 QAste] B -galactosidase$}t neurami-
dase®] Aol FAlol UElE FENH dHdo=
FRAHEE A Fgolth. dASAE HEsie #
A} Wol Wuksts A7) wel mj$ ohdste] zot
g dF3 cherry red spot, A =72 E, &5 A
Z, A4 AA, 2+ & vF T, 228, 4% F9
o AWse Ayt *ABY Az %% oo A 9
BT X ES E3te 2dd
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AN 7]17E 4050 EAAF 32kgoE A FA &
S S 1A A7) AREg oy o]F A &
AAE FIen Qo] wgo] mgx wgo] ¥AHE
ATk ¥Fle AR 1M 139 14"
w7E ARXEE ARAZE 99T wlaE A7s] AW
& 7HA 14 Agol 23 A& FAE LA
g & Uk olgd A7AY HgE Been AFS
21 kg (3-10p), ¥+ 55 cm (97p) o HHuls
89 3)/8, 3&F 203/E, A2 37C 93Ut & o
Fo} 243 AdFe BYn FAAHAE kol cher-
ry red spot (Fig. 1) %¢tilA #ZFHAUT FZFo W
Fol] Ao IFLS ARFAY F2 F5 s
oA Gradelld] 7] Fgo] FAHJDG. HF 43
s vde FXEHZR @y HHAE delgEe
AR A A E Ao FE HYn B F
34 A% &5 AX7F AAh AR A ke 33

L
.
ua

.x_

ol I F3HY ™ol ATk AL 24 2
= "9 AALS W¥EF 6900/ A 112 g/dl,

Hct 33.4%, a3 257000/ 14 ©]Q3 BUN 14.9 mg/
dl, creatinin 0.6/dl, protein 6.6 g/dl, albumin 4 g/dl,
SCOT 24 TU/L, SGPT 14 IU/L 9o AsfAL Na,

Fig. 1. Cherry red spot in case 1 pt.

_1_



— =3 9 29 : Galactosialidosis —

K, Clo] Ztzt 142, 40, 112 (mEg/L), Ca/P<& 955
(mg/d)oldt}t. &¥AA = S.G 1.025, RBC 0-2/HPF,
WBC 0-2/HPF or délay QIddch &% X4 A
Atell A F2te] WEE Belom Axga ZAbA o
YR vFe A oY IFE HYL B F
Aol o] gtk FF MRI HAMY axial flare
imagedlA] %= globus palliduselA] ZAZHE e
wom HAdd HAdde FAAAE YEd. e
< 9% 4 A HALZ AWA oligosccharideE 2
gatglon A A vWIA Eol E doz
sialidosis, galactosialidosis &2 mucolipidosis type
O/IME ABzAsgen olox i Mfolzs
%, ul¥ste] B- galactosidase$} neuramidase ¢ A
=g A3yt 2732 p-galactosidased] FAHEE
0.65 nmol/min/mg protein (reference range : 2.0-60),
neuramidase®] X E=E 002 nmol/min/mg protein
(reference range:0.7-20)2.8 F &4 25 A3 &
2 FHYEE B9, GalactosialidosisZ FEE Ak

2. 5142

134 Fol7lk oF o] AAH o2 Galactosialidosis
o] 9A=o] AALE 93] 2001 1€ ELol HA3A
o BAFGY @ Fele gidled 647 AMAZE E
WA FEg B30T AY FfZ A X5FoR
8A7 & A A A g Aol ARz F
Z 28 AAY HA Stz st oy A
APS otdl Holx] gkgton AFE 43 kg (25-50p),
AL 148 cm (10-25p) fow Wuks 853)/8, &
F5 208)/%, AL 37T Y-S 125/43 mmHgol
ot dgo] 5d3 2 EFS oYU A A
Al A cherry red spotg B E£&SS 7RI
I ARES E9R gyth BERdA kg 83 v
AAA &Y AFTA HAME A AAY Ao F
HE fNoH &5 ARE HolX gfovt AKX A
YA @gRiEe] IR E3hdiAd A™ol ATk A
AL 273 ok g9 9 Ak 518 AAle A ¥
YERATE HF XA HAlIA HEe] HygE B
i F7% MRI AAIA So] 2742 gtk Az
=3 AAMA diEsHge] vFe F5xR9 dF 4
A% FAAY §F& Btk oF5A°] Galactosiali-
dosisZ FgHo] 47 HAZ AMWA oligosc-

charide® ZAs9oM 24 A% SAT ge Iy
o) A7E B Galactosialidosis® Aee 4 Atk
ol olF AAHI £F ¥ AsE Jua 3
& Yy AU Ba ASH 5D AL T
BAA 5% @z ZYRAT o]4eg Ag By

i &

GalactosialidosisE lysosomal protective protein/
cathepsin A (PPCA) ¢] Z¥o2 3] lysosomedl A
9] neuraminidase®} B -galactosidase, serin esterase
o &4 Zae AAHYA 2AF AWM si-
alyated oligosaccharides®} glycolipid®] 7 e
U= A8%¥0 7 lysosomal protective protein/ca-
thepsin A (PPCA)& lysosomeolA thEAZ 234
9] ¥A4L& %38 neuraminidase®} A -galactosidase]
TAS AT £ YA endothelin-1& EFHst
E ddE AZguAe wd g2 EA7| gigtsE
serin esterase®] @A (acid carboxypeptidase®} neu-
tral esterase/deamidase)g YEMNE 753 A B
WAoot} 5 P Galjaard, D’Azzo $°] neuraminidase
9} B-galactosidase?] FAIH ZAAE B AzolA
AfolAzod N FE2d dF9 oy wAJRE F
YdatH Eao Age] uAdd F Yok 7led oF
o] @AAAE protective proteino @ Eax o
19743 Norden® O’ Brien lysosomal 8-
galactosidaseZ AAZ o|F HL dFE AA pro
tective protein’t @A neuraminidase$} [ -galac-
tosidases}t TlEo] BEAE FAdvm P
@A Galactosialidosis®] 18 Q1 e As}ehH
Ao nlge Fo] $AHHoR AWM sialyloli-
gosaccharides®] ZH&& 3l Tx Edo W79
R AL wigE Hf olMEA B -galactosi-
dased] ZAaet M oM Eo|A 9 neuraminidase®
#AA2E THIY FHadn geEizen B IAE
ol 2o ARE BAY LxP Ao WP T
neuraminidase BAEE AANE 42 F FA] AAS)
] ¢dow AlWAe] "ojxvtn &ElA Slvh ®eEH
2702 Tx Ao AxAd FEE Ho
T 2 FFAe 2AFE HAT FEFQ
HEE] A7ldA Yetd™ 782 lipofuscin
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granule®} lamellar inclusion©] o] AWtz o=z e}
gk 73 273e 4 93, 3¢ 473 8, dsA
3 lateral geniculate bodies, X4 #, Purkinje Al
¥, 359 A4 H¥ 2 dorsal root ganglia®} ¢ Al
723 AXE EX3I) o]HE GMI gangliosidosis
e 7IAo ganglioside?] #HE Hole A
Aot BATH®, A Fxsd FAMTE Ho|
I AT ARHFTE 2 ASE Bagglon A
£ Kupffer AEXE°] B} & Iyddcn Lz
@49 713& AR ARt EEe A% dutx 7t
2o F7kste] weto] w|F e} Zte) Fehg shx2th

Galactosialidosis® AWste 7|¢ 2 2943 o
Hol glojx o3t ddF EAES Holn neur
aminidase®} B -galactosidase®] ¢9¥d ZPoz ¢
2 x]7] A7kX] GM1 gangliosidosist} sialidosis®] ¥
Fo2 RAHIE P}t dAH O E early infantile
Y, late infantile ¥, juvenile-adult ¥, atypical ju-
venile adult 22 Yt} Early infantile ¥ &
A A4 vz FAHY 9 FAE Jeha
SN BF 2L B RE 23 9F, 9 ¥y,
2 ov Foyt 2R =Y T2 9 833 &
ge Zutat AR gge] &3k d4ANY &8
A4 ARAT AFAE Holn AAEH ojide] F=g
AAE FAT FAAAY cherry red spot& HElch
Infantile, congenital type II sialidosis, infantile GM1
gangliosidosis® YA+ FA7} vlkdto] gk lojA
Fo e Aty BMo] Pas?, Late infan-
tile ¥ Hot o]AAQ AFFHE Bolxn FFe] gl
o A% AAQgRI} Fosich APE Jysd F
2 ds9d Z& $E%9 HFE Holn HAAY
o] Edth. 2TF olFAH Folds T
A, T 2 uFo, A @3] FFAT UAEHH
A7 FEHAAE GA¢ AFE JAWsA gL 7
S AR AAE) A AR, FE, 2094 A9,
cherry red spot $°] &3] #ZdEd. Juvenile/adult
Fe AA3 AYse= A4 AHE HAstn Fy) J9
9 Rxd wet 1 FAZE g gtk iR
75 10419 1541 AtejollA A& FAHZ A S
Yehlin] o]F A7 AAFH FAt FEHA &F A
Z, 2T AR, 34 AA, FR" A¥Ap Je
bk EI ZF oA Ko =T dF, HF9

WYL yoln Ztute] g, ¥H ZeEg nagh®,
719 vFe AR A= Fedt. gAHeR
339 14 A=2 AF AWES Btk 2% #Aavt
Bas7E sed® ot ¥AWIM protective
protein®] deamidase24] L & Aoz HIEF
I At} Atypical juvenile-adult ¥ 7} =E7
FA7E B9 =A Jdehdan A3EH S € 239
ol¥gA g Htm RuEm o BEAFALH S
Ho|l A protective protein®] gene& G 20Wd,
B -galactosidase gene2 HAA 3w Teto] neur-
aminidase gene < @A 109 XAt G
3. #HZo| P-galactosidase®} neuraminidase, pro-
tective protein®] ™3 cDNA cloning ¥ encoding
o] olFojzith. Z47te] He] dig {AEE EdWel
9 71AE AA g8lA ¢d=2 adult/juvenile FANA =
dwole] 2J3t m-RNAYIA S exon 79] ZAo] 4
A Aok B2 fAgEA wd d HIL wdy ®
A g2 g gloiA 71 HAE o) F US
Aoz QA ?. dx) o] A AsHA XA -
FE oEET dATFFol AdyFe] HALeE WY
e zAe BEA EA AN AEES of
3 A719E9 wd, ZZte 9 YA Bt
A9 9%, H@AG JdBHA 4%E H protective
protein®] EAZHQ H&d dis] AT7t FAPFolth
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Galactosialidosis= @A7HA Fuje] 2xd vk ¢l
on AAEL FujeA dd AHE F3A Juvenile/
adultF o2 AT A3ty 4oz &3 E Gal-
actosialidosis 2#& AE 3tg7)o) 21 sl ulo)rh
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