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), sphingolipidosis”t 24™8(Gaucher : 10%, meta-
chromatic leukodystrophy : 998, Niemann-Pick : 5%)
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29, Iv:29, 71et:19)o] Aadx Ak 2 9
ofm| At tAleld  AZFo] 239 (albinism: 97,
PKU:8%9, Pendred syndrome: 39, hyperoxaluria:
19)e] %3, adrenoleukodystrophy’t 39, me-
thylmalonic acidemia’} 2%, congenital chloridor-
rhea’} 29, Menke's disease’} 1%, Lesch-Nyhan
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disease’} 19, acrodermatitis enteropathica 1% %

o] Aggn YA

FeA gl Brhsse] 9
ol 7FsadY e AREY A
AREE B2 FolE Be W} AL A
g n ok FelAe] Fad wyuEe &
oz tuy = Aol A B AT
AL 5o B 9BRAY ALFE A 3ol
U aotztets 2 Wi FAYUAABLY Al
oz 2 A7 Ags =0

CHat 2 Wil

AT 10084 o149 WA 439998 Lo}
19919 1€ 194¥ 20009 129 3197kx]) Agd &
Ago] WP HEZAE AWl FHAA 2AE A

Bkt

Be A% w4E89 D¥) 54 BRd 2As
of o7 WAL PEHAL A4l Bonz ARz
A FA BRe] AFAYE |Sse] TR ANL

I3t

HAEZAM $date] FA
e 953 2hUidde).

HEg e AEAdrEd ons, sHEdy 47t
Y ol JHEY Y JUAERY, JHEYY o
SEQEHEY o8, JHEYy gFRYRYA PE
A, AEY AIW, BAEUHEA oliF, AAUEd
HEW, A d 434, FFEERY FnA, 3
A5 F&A, HFEd o5, Fadd 59,
LAY HFE, o1@F, AgEd FAY, MF
71, MEHAAEY v, 4Fad NedEd A
I, SHFRAEL )5, 1Y FrEd Q9T
HEEY oJBE, AUl AEAEB2NY oFN, I
e B3, SAFAEY AEF, £4dgY HNEF
e 23 edd, dFVIEEY AP,
o o2, J3dHY Hev), B
&, F95, I9dEd /A%,

1 o] Z(Al 3271 9)

a9 299 AAHEY

Aol 43971 10084 °)% 4
Al B e 3270 Bdelien, $HEe 7.29%0]
Ak SHEl] FA HAEL yRE
HeEs 3= 4
7] dEo® gdudr)
A%E ARFIE AYstd B gL g

1. Et=eElE CHALOIA EEHTE - 842

il
i)
ok
lo,
In
o,
o F
o N
)
il
2o,

bt
2o,

4E

Glycogen storage disorders : 563
type 1:9%
type II: 43
type VI: 139
unidentified : 4232

Galactosemia : 27|
galactokinase deficiency : 7#]
galactose-1-phosphate uridyl transferase

deficiency: 33|

epimeras deficiency: 10|
unidentified: 73

Hereditary fructose intolerance: 1%

2. Oi0|:=at CHAtOIA: HEHR : 1393

Phenylketonuria : 98]

classical PKU : 844

atypical PKU : 114

PTPS deficiency : 4%

benign hyperphenylalaninemia : 3
Tyrosinemia : 128}

type 1:1%)

type III: 28]

unidentified : 9]
Homocystinuria : 128]
Maple syrup urine disease : 103

classical : 38

variant : 33

unidentified : 43
Hypermethioninemia : 22|
Cystinosis : 28]
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Albinism : 23]
Nonketotic hyperglycinemia : 12

3. R43|29| oja HEE : 393

Ornithine transcarbamylase deficiency : 14|
Citrullinemia : 73

HHH syndrome : 28]

unidentified : 162

. 71 thAtol & EEE - 2208

Methylmalonic aciduria : 163

Propionic aciduria : 133

Isovaleric aciduria : 6%

Biotinidase deficiency : 62

Glutaric aciduria I: 23]

Glutaric aciduria II: 2332

3-Methylglutaconic aciduria I: 32|

3-Methylglutaconic aciduria III : 73]

HMG-CoA lyase deficiency : 12}

Hyperglyceroluria : 27

3-Ketothiolase deficiency : 58]

3-Hydroxyisobutyric aciduria : 23

L-2-hydroxyglutaric aciduria : 28]

Fumaric aciduria : 23]

3-Methylcrotonylglycineuria : 12|

2-Methylbranched chain acyl-CoA
dehydrogenase deficiency : 22

R/O PDH deficiency : 328

R/O Mitochondrial respiratory chain
disorder : 382

Pyruvate carboxylase deficiency : 2

Ethylmalonic encephalopathy : 12|

Hydroxylysinuria : 13

. KWk Atstold - 93

Short chain acyl-CoA dehydrogenase
(SCAD) deficiency : 33l

MCAD deficiency : 22

VLCAD deficiency : 12

Long chain hydroxyacyl-CoA dehydrogenase
(LCHAD) deficiency : 13
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Carnitine transport defect: 12|
unidentified : 1]

6. Purine & pyrimidine CHA}O|A} : 143
Lesch-Nyhan syndrome: 142

7. Porphyrias : 162
Acute intermittent porphyria: 162

8. DjZAA9| CHALOIA - 2528

Wilson disease : 201 &l
Hemochromatosis : 333
Menke's disease : 152
Congenital chloridorrhea : 23
Molybdenum deficiency : 1%

9. Peroxisome CHAIO|&} : 272

Adrenoleukodystrophy : 212

Rhizomelic chondrodysplasia punctata(RCDP)
type 1: 13

Acatalassemia : 52

10. Sphingolipid CHAIOIA} : 692

Gaucher disease : 46

Fabry disease : 64

Krabbe diseas : 52

Metachromatic leukodystrophy : 6]
GM1 gangliosidosis : 18

GM2 gangliosidosis : 12

Alexander disease : 13

unidentified : 3

11. Mucopolysaccharide CHAFOIA} : 1313

MPS 1:22%

MPS 1I: 698

MPS IIIA : 33

MPS IIB: 62

MPS I, unidentified : 22
MPS IV : 18

MPS V:3d
Maroteaux-Lamy disease : 1]
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unidentified : 243l
12. Oligosacchaﬁdosis 28
Galactosialidosis: 23]

13. Mucolipidosis : 18|

14. Membrane transport O&F Z&H# : 138

Hereditary renal hypouricemia : 12|
Mendelian hypophosphatemia : 93]
Lysinuric protein intolerance : 1%
Cystic fibrosis : 12

Vitamin D resistant rickets : 12|

15. Others : 32
Pelizaeus-Merzbacher disease : 23]
Hallervorden-Spatz : 18]
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P50l AaHden, 1 HE e]o] PKUZ 984,
Hunter disease (mucopolysaccharidosis type II)7}
6982 e WS nHolu YUk

a2 e 208 o] zde] JAA HFEEE 3-
ketothiolase deficiency(583l), glycogen storage dis-
ease(56d]), Gaucher disease(46%]), mitochondrial
respiratory chain disorders(38%l), hemochromato-
sis(33#), pyruvate dehydrogenase deficiency(32#),
galactosemia(27#)), glutaric aciduria type II(23%l),

mucopolysaccharidosis type I(22#l), adrenoleuko-
dystrophy(218) S°jlth
108 o)At WS HIY HFOZE  acute

intermittent porphyria(16@), methylmalonic acidu-
ria(16d]), Menke’s disease(153]), Lesch-Nyhan
disease(14#]), ornithine transcarbamylase defici-
ency(14#)), propionic aciduria(13#), tyrosinemia(12
#]), homocystinuria(12]), maple syrup urine dis-
ease(108)]) Folfith

a2 9o wi$ g Asse] 99 olste] H2 ¥
oAt Agsn At ofrjd &3t AFEEE
oAt thAtol ol A =
albinism(2#) 2 nonketotic hyperglycinemia(1#])
5ol R:m, 84329 o)A E citrullinemia(7
#)¢t HHH syndrome(281)7} AAth F714t thAtol
Al AE 53] tgd F3Eo] xFolAT JdHI
ARoeH isovaleric aciduria(6#l), biotinidase defi-
ciency(63]), glutaric aciduria type I(2#l), 3-me-
type II(73),
3-hydroxy-3-methylglutaryl-CoA lyase deficiency
(1dl), hyperglyceroluria(28]), 3-hydroxyisobutyric
aciduria(2#]), L-2-hydroxyglutaric aciduria(2#),
fumaric aciduria(23]), 3-methylcrotonylglycinuria(l
#]), 2-methyl branched chain acyl-CoA dehydro-
genase deficiency(2#), pyruvate carboxylase defi-

hypermethioninemia(22l),

thylglutaconic aciduria type I(3#),

ciency(23), ethylmalonic encephalopathy(12l), hy-
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short chain acyl CoA dehydrogenase deficiency(3
dl), medium chain acyl CoA dehydrogenase defi-
ciency(2d]), very long chain acyl CoA dehydrogenase
deficiency(1#]), long chain hydroxy acyl CoA dehy-
drogenase deficiency(1#l), ‘2 carnitine transport
defect(13]) So] A=At 7 FAL] trto] /el A
£ congenital chloridorrhea”} 2#|, molybdenum co-
factor deficiencyZ} 1¥ %129, peroxisome tHA}o]
Ao A= acatalassemia’} 52, rhizomelic chondrody-
splasia punctata’} 13 A%t} Sphingolipidosisel A
= Fabry disease(6#l), metachromatic leukodystro-
phy(63l), Krabbe disease(58), galactosialidosis(2#),
GM1 gangliosidosis(18]), GM2 gangliosidosis(1]),
Alexander disease(32l) & Th¥d AFEC] U oH,
mucopolysaccharidosis®| A & type IIA(3%]), MB(63),
type IV(38l), Maroteaux-Lamy(13]) S°| A1tk
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hypouricemia(13]), lysinuric protein intolerance(1l),
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disease’} ¥k, UmX = 2-38l9] MEE Bl 3l
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Porphyrin thAlo]doll & acute intermittent por-
phyriagte] 16# B 151, purine & pyrimidine
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