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AL X N2 F  Inborn errors of metabolism

OA2 "=k Fel$ Pk MR ¥
Disorders of amino acid/organic acid metabolism

A2 |01

E e

Amino acid metabolic disorders
(Aminoacidopathies)

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

21

5 LR A 5 ke 4
£

Aromatic L-amino acid decarboxylase
deficiency

E70.81

OA3 ;

o

/| #8 %5 # . Lysosomal storage disor

ders

A3 |02

GML/GM2 # 5 & 3 7q i 4 Ik

GM1/GM2 gangliosidosis

GM1.:

E75.19
GM2:

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

09

Mucopolysaccharidoses

Type | Hurler's syndrome E76.01

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

Type Il Hunter syndrome E76.1

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

Other Morquio syndrome E76.219
Other MPS E76.29

Unspecified MPS E76.3

OA4 Bk &4 B3R
Disorders of carbohydrate metabolism

A4 |02

ST

Glycogen storage disease

E74.09:type 0
E74.01:Type |
E74.02:type I
E74.03:type I
E74.09:type IV
E74.04:type V
E74.09:type VI-XI

©A11 # s 3-8 § Other metabolic disorders

All (08 |+ Pt phit LR Cerebral creatine deficiency E72.89
b i e Disorders of purine biosynthesis E79.8

Feh & & (LR :
10 |t & R HR A metabolism E79.9

BrgiRa 4 & i B ¥
Disorders of the brain or nervous system




G11.10

Gl1.11
Bl |07 |# &L %idi- M@ TR fRs®  |Spinocerebellar ataxia gﬁ;g
G11.8
G11.9
11 |Alexander = Alexander disease G31.89
21 |Aicardi-Goutieres Jg i ¥ Aicardi-Goutieres syndrome E79.8
24 |Fav B AR Vanishing white matter disease G11.8
WA R G P . . . G12.20
23]+ {7 a8 @ g ¥ 1| Infantile-onset  ascending hereditary
29 N spastic paralysis, IAHSP Gl12.24
’ pastic paralysis, G12.29
31 |Von Hippel-Lindau jz i ¥ Von Hippel-Lindau disease Q85.83
32 |Basilicata-Akhtar J i 3 Basilicata-Akhtar syndrome E;ig‘g
Coodvx Tk ik S0 B
Disorders of the respiratory/circulation system
Andersen = g iE ¥ (s & ERAE
Cl |05 | Hfrmog iz ; 47325 i |Andersen syndrome G72.3
4 5%)
D.ij i+ k% E ¥ Disorders of the digestive system
, P Tricho-hepato- Q89.7
bR RE o E 2
D1 |06 |5 -+ i ¥ enteric syndrome K52.89
G.oep x 5u B % Disorders of the muscular system
Gl |10 |2 =t R Congenital muscular dystrophy G71.20
. G71.00
13 |Emery-Dreifuss % % 5 (EEmDe,(XE)[))re'f“SS muscular dystrophy) ;1" g
G71.09
G71.8
R AU %
14 |GNE i@ v % GNE myopathy G719
H.% % g% 8 % Disorders of bone and cartilage
H1 (09 |5#MHteds8d7 2 2R Multiple epiphyseal dysplasia Q77.8
J.i e s 5B § Disorders of the hematologic system
A XML P o) FRT S i i
1 los f2a 2w o] 9 T % 5@ Congenital thrombotic D69.42
S thrombocytopenic purpura
L.p &5k 5o % Disorders of the endocrine system
L1 |01 |Kenny-Caffey = j i ¥ Kenny-Caffey syndrome Q87.19
08 |Wolfram = jg ik ¥ Wolfram syndrome, DIDMOAD E34.8




Campomelic dysplasia with

ks &’;—J— Ellt} BE 1%
10 f&dps 2 -l A autosomal sex reversal Q87.19
M. & X v A5/ 1% 3
Congenital malformations/syndromes
M1 [15 |Robinow = g ik +¥ Robinow syndrome Q87.19
21 |RAF-ER R White-Sutton syndrome Q87.0
Cockayne g iz ¥ (7 2~F] <
37 y i ¥ (4 SO Cockayne syndrome Q87.19

i %i)




