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AL X 4 %32 ¥ Inborn errors of metabolism

OA2 ¥=gk e/ i © R F
Disorders of amino acid/organic acid metabolism

Amino acid metabolic disorders

2t Fe (N b
A2 |01 |RAPR A (Aminoacidopathies)

E72.9
E70.9
E72.10
E72.89
E71.2
E70.89

34k L-veflph g i 2 A AT 4% | Aromatic L-amino acid decarboxylase

21 ER deficiency

E70.81

©A3 % | HWrE4 R Lysosomal storage disorders

A3 |02 |GMLUGM2# g& F % isfik  |GM1/GM2 gangliosidosis

GM1:

E75.19
GM2:

E75.00
E75.09
E75.01
E75.02

09 |47 pER Mucopolysaccharidoses

Type | Hurler's syndrome E76.01

Type | Hurler-Scheie syndrome E76.02
Type | Scheie syndrome E76.03

Type 1l Hunter syndrome E76.1

Type 111 Sanfilippo syndrome E76.22
Type IVA  Morquio syndrome E76.210
Type 1VB Morquio syndrome E76.211
Type IV

Other Morquio syndrome E76.219
Other MPS E76.29

Unspecified MPS E76.3

OA4 B-R i & 4 PR ¥
Disorders of carbohydrate metabolism

E74.09:type O
E74.01:Type |
E74.02:type Il
Ad 102 PFREFEE Glycogen storage disease E74.03:type 11l
E74.09:type IV
E74.04:type V
E74.09:type VI-XI
©A1l # s 3R §F Other metabolic disorders
All (08 |~ "ayuphdt Lo Cerebral creatine deficiency E72.89
b siw s Disorders of purine biosynthesis E79.8
oA & o (R .
100 |t & % HHR A metabolism E79.9

B.FadR el ¢ 5k B ¥
Disorders of the brain or nervous system
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G11.10
Gl1.11
R B LR s n 1 o i . G11.19
Bl |07 |% B "ei@ it eE (TR MRE | Spinocerebellar ataxia G112
G11.8
G11.9
11 |Alexander % 5 Alexander disease G31.89
21 |Aicardi-Goutieres g iz ¥ Aicardi-Goutieres syndrome E79.8
24 |Faw Fif AR Vanishing white matter disease G11.8
S B C ey i B A S = i i i G12.20
B s A 4l @R 8 14 F|Infantile-onset  ascending  hereditary
29 | - . Gl2.24
pi A spastic paralysis, IAHSP G12.29
31 |Von Hippel-Lindau g i ¥ Von Hippel-Lindau disease Q85.83
32 |Basilicata-Akhtar i iz # Basilicata-Akhtar syndrome E;ig‘g
Co¥w ik kLB F
Disorders of the respiratory/circulation system
Andersen % i (o H ERRE
Cl |05 | IEfrum iz ¥ 5 47 3¢ i |Andersen syndrome G723
FpR)
D.jj i s %2 % Disorders of the digestive system
- P Tricho-hepato- Q89.7
kOB RE B (5 A .
D1 106 |& VR enteric syndrome K52.89
G.iwp k3B § Disorders of the muscular system
Gl |10 |& =% fred Hg Congenital muscular dystrophy G71.20
. G71.00
13 |Emery-Dreifuss #~% % & (EEmDe’a/I-DI?relfuss muscular - dystrophy G71.038
G71.09
G71.8
iR EE ALy 3
14 |GNE v % GNE myopathy G719
H.% % #c % £ ¥ Disorders of bone and cartilage
H1 |09 |##PEH4s85 73 28 Multiple epiphyseal dysplasia Q77.8
J.i& % % %R ¥ Disorders of the hematologic system
AA Mg ) RT o i i
1 los o fadt ] 4F T % BT Congenital thrombotic D69.42
JE thrombocytopenic purpura
L.} &% % 52§ Disorders of the endocrine system
L1 |01 |Kenny-Caffey = jg i ¥ Kenny-Caffey syndrome Q87.19
08 [Wolfram = jz i % Wolfram syndrome, DIDMOAD E34.8
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o b e . Campomelic dysplasia with
Zedn 2R M ]
10 =T 7 LR B autosomal sex reversal Q87.19
M. & % 95 27 [ i 3
Congenital malformations/syndromes
M1 (15 [Robinow = iz 3 Robinow syndrome Q87.19
21 [RAF-EA R EE White-Sutton syndrome Q87.0
Cockayne = g i 3 (47 %] <
37 ],?i)y T B 3 (0 25 S Cockayne syndrome Q87.19
IF ¥




