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Ao Agolaty A o g A S AlE
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W) S o] ggk 7haxldo] SHA| Ha F4

M £ = B2 AgE 40 gty Ao

Sheh AR APz ol el T

2% %44 (lysosomal storage disease) . ©l &t

Z YaE oA &538kE, aal oy X4 5 o]5¢ HEF AxEe il BEH olgloH
o Bajals wavl AEe] v wel 17 e AV (FR 2ol 0F BHs Wi 4
o] oade] olgk gEHolth Blade A Frs & Sk dE W 1Y, AdaudRs 19
A A ELAZA 0] ko]l ok 400F 9] 7} (Hurler disease) “solth A 0w F3A} 4]
G4} otk o)59) Zge o] AFHUAERS  BE TN A8 Solvh 1y 3w
o A= ggsia ot = 2] 27 ue ¢ © 1990 1M (Gaucher disease) oA A5 &
o ZAgolt} o5 F40 FARRS wgsty ol AET(HA)eRe] dyAow mgfd o o] A
= fAExte] BdMol® g0 7)5A, p2d 4 e T AR Z2HRl AR} TReEA ] A
ro] whAialw Agho] HHABELA Hrk ok 4001Fe] A8t Elad Ade] Ao A B (enzyme
Agto] ey glom 7k gL v st A replacement therapy: ERT)leh= =& A%
A o 7= ok Ao} 4,000-5,000 % 1] vl Mol sl |0, dA AT T M
T2 uEy, g RRe Aoy dagAwa e W 1¥, JB Y (Fabry disease) % A4t 75
72 G-} 0|59 oJarz=ake 7k A%} nhe} xfo] 1@ (Hurler/Scheie disease), HAthdits 113
o) xuk wak Yul A (7, B 2E) o) 341 (Hunter disease), FAthdH% IV (Morquio
AA | VR HA e BAS (Y= At disease), FNTHFFE VIE (Maroteaux—Lamy
2 A FEAS)o] A 5o] 7ha} njge] Zrj.  disease), FHFATQ FHHW (Pompe disease)
ZA7)9 W3}, 23EAAA ) e Walsor A o YRR AREEIL St AA el e A
A3) APl o]27 H= A St} 2AaY=  AtERS IVE (Morquio disease) Ths A £]8far
B4 we} A 23 AW (sphingolipidoses), = 5 A& 7Fssith @9 viA| o2 vlee] W
A N2 (mucopolysaccharidoses), Aolxup  &allaAd] FHASE] gaRFTaHor 254
Z (mucolipidoses), @¥¥=(glycoproteinosis), Ad°Ith o] ol thefeh A dAkste-ad x| g4

/Hx]ﬂix%z_

AR AZ A (triglyceride  storage disease),
FA%2 5 (glycogenosis) T o7 I Ak
< AYAR] AT AR, 1 v &
o, 3 9 Zx AFASY, =244 W g g
zierel wsl M 14 9 HER0] A (vacuole),

(small molecule chemical therapy) 7} 7J%H=] %}
< ATEAY e dAlskeE AEdEAe
H (substrate reduction therapy) 44
%7} 9= Z-$-chemical chaperone therapy$-©]
A7 M, stE g oA ARGE L Qlth S

dEEL

, WRT



- o

i Al teks opgel
HreH O AR

AN 2|8E=(sphingolipidoses)

uAY 19 dyed

A

o

Al A8 A 118 A1 3

sk 22 9] girte] &
(Table 1).

el gel g o

18

pul

%, pp38~46, 2011 —

FA0] A ow opyjdtt

1@@£ﬂﬁ%ﬂ@§£
22 T A7)

o FARe, Gol7lel 4HNE Lo} T2
olzle] AHe ooz 4 9= A AIEAL o)ds Kol A9 7hExlde] A~
(sphingolipidoses)-& 1-$- tjokaly, o]58 Eo]  AWGS HHEA] 23A|ACk s, 7hEuv v]E)
Table 1. 2FuxWy 9 7R A F 45
A3y AEa A (FHSA) hsAy
Gaucher 4 Glucocerebrosidase 13
(B—glucosidase) (AR) 13
g
Niemann—Pick '3 Sphingomyelinase (AR) AG: (349 4% #M4
B3: (WA F)
Intracellular cholesterol transport (AR) CH: (A4%)
D#:
Krabbe B—Galactocerebrosidase (AR) Folx718: 3-4/€L
PoterE: 24 o] F
Fabry H a—galactosidase A (XR) g% 7] o}
GM: gangliosidosis N—acetyl-B—hexosaminidase A (AR) [%: Tay—Sachs ¥ A%
k.
N—acetyl-B—hexosaminidase A 2 B (AR) I1I8: Sandhoff PR
FNLE
Metachromatic leukodystrophy  Arylsulfatase A (AR) Fol 718 (12-1871¥)
(MLD) Zobd
A8 (20-300 °]F)
GM; gangliosidosis Acid—B—galactosidase (AR) 18: Jo}d
2% 2&o}3
3% A3
Fucosidosis a—L—fucosidase (AR) 13: 3—-1871€
28 1-24
Mannosidosis a—mannosidase (AR) 18: 3—-12701¢
28 1-4A
Farber ¥ Acid ceramidase (AR) 2—4714
Wolman H Acid lipase ANF s
Mucolipidosis T(ML—-1) a—neuraminidase (AR) Sialidosis 2&: Ao}
Sialidosis I&: 10t] o] %
Mucolipidosis II(I-cell®) N-—acetylglucosaminylphosphotransferase 2 %4E
(AR)
Mucolipidosis III (ML—III) N-—acetylglucosaminylphosphotransferase 4—5A
(Pseudo—Hurler) ML-I1¢] A% (AR)
Mucolipidosis IV(ML-1V) ? Gangliosoide sialidase (AR) e e
Aspartylglucosaminuria N-—aspartyl—B—glucosaminidase (AR) 1-5A

AR: autosomal recessive (%2
XR: X—linked recessive (A% 2%
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A5xe] & = Sk

2) 28 148(Type 2, B4 A4H3)
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< 1Y 75 Sk 14 ] 24| Atolel FlH o=
Abgsteh ke g ARl 4l =
T IMMER Thsabn, gL NPT ulekd
A oM E = 7HEA 9] B—glucosidase FEE
o] FH R 7hsettt A SRS gith

3) 38 AH(Type 3, T4 417399)
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7F yol7b Zol7baA i 249 2 (myo-
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2. Niemann-Pick &

1) A ¥(Bo1%) Niemann-Pick®(Type A, Classic
infantile)

Ashkenazi %] FElQleA w2 Aoz Ay
T = N ool 7h)F e} FAeE o] A

A= HRlrk Al=o] AA3] AAlwm, Ste] cherry
red spot®] WeRdT AA3] J3E= LTS
Kol 34 o]def Ao Apdsic) xleke 1k
HEd, 52 A, =72 Niemann—Pick
AR 7Fsebth G312 WP, A fobAla, 1k
o HHow 71ss)
L7 A Askdt

A1 9] phingomyelinase &%
t}. Sphingomyelinase &%
AAAAE 7Hssit.

2) B E(T4¥) Niemann—Pick*(Type B)
)E7t Askd, 53] 1) Asih A
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3) C3, D ¥ Niemann-Pick®¥(Type C, D)

Al Ao} dldto] A AE = 7 o]9)ef AE 1-24
- ol (e 7 Sl o] F AAfs] Wash=
ofe] AATAZYE] ehdt) 25 AEF,
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3. Tay-Sachs®#(l & GM. gangliosidosis)

Ashkenazi el A L AT
4=5N 7= A3A Q1 AS-E S 1 T4 -E]
Ae +F2] wao] sk, IR Aol
72t mehs WS KRt =yo] Ao, 957 3
Wl A T4 183} 22t} cherry red spot
o] ghke]] yepdth A o] Qlal, TNk &
A=, 512 Al A, FEAaA ol HuEth
g o7 obstylm 3—A] o] el Alsttt, 4174
M| 340 lamellated membranous body”} YEFt

T} A& hexosaminidase A 2L E I3 =
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4. Sandhoff(Il @ GM, gangliosidosis)

AT AL Y R e @

U 1 3HE A = gagc) o) o Wr 7]%
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cherry red spoto] Utt 937 TJ&E‘BHX]

], Al Ad  so] FupEnk 7k 7k
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7. Krabbe® (Globoid cell leukodystrophy)
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8. Metachromatic leukodystrophy
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glycosphingolipid®& 7Fr&alAl7]= BihEash
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