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AL X A 3+2 ¥ Inborn errors of metabolism

© A2 %=z e/ B 3% ¥ Disorders of amino acid/organic acid metabolism

E72.9
. . Amino acid metabolic disorders E70.9
2 s N2 b 2 . . .
A2 |01 =Rl B 7 o (Aminoacidopathies) E72.10
E72.89
©A3 3 /| W5 Lysosomal storage disorders
E75.240:Type A
E75.241:Type B
. s, ek E75.242:Type C
A3 |04 I,ilzglin‘gpl(:k N B R Niemann-Pick disease E75.243:Type D
a i e E75.244:Type A/B
E75.248:0ther
E75.249:unspecified
14| % 2 1 pifa g pr 4 2 JE Multiple sulfatase deficiency E75.26
OA4 ki &% R # B ¥ Disorders of carbohydrate metabolism
A4 03 ’?‘fi}i B B IR § 485 i 45 |Glut (Glucose transport)1 deficiency £74.810
e syndrome
04 | fz % fis 4% 2 g Transaldolase deficiency E74.89

QA8 " F|f% 2 *g F * #& ¥ Disorders of cholesterol and lipid metabolism

AT FORILE R AR

Homozygous familial

A8 101 JE hypercholesterolemia E78.01
032 B & (4 12) Sitosterolemia coe
O©A1l H & 2 %2 ¥ Other metabolic disorders
ALl (044 = pE s g ggnégenital disorder of glycosylation, E77.8
B ¥t 4 35 % 3L R ¥ Disorders of the brain or nervous system
07 Ji: ffftj G LE R Spinocerebellar ataxia GI11.9
S PRL
L g e . G12.20
SR IR1: I R T .
17 4 §fnk i (4 RO R Kennedy disease G12.24
P % S5E) G12.29
23 |Dravet Jx iF 2% Dravet syndrome, DS G40.833

G40.834




32 |Basilicata-Akhtar;jx iF % Basilicata-Akhtar syndrome F78.A9
G.yvpg x5t R ¥ Disorders of the muscular system
Gl |01 % LR & &R Duchenne muscular dystrophy G71.01
02 |Nemaline &tk 9vp 5 % Nemaline rod myopathy G71.21
N T Facioscapulohumeral muscular
05 |3 & ™ szovs % 3 dystrophy G71.02
06 |7~ & J % Myotubular myopathy G71.220
07| B s Alsvp % % p Becker muscular dystrophy G71.01
G71.031 |G71.0342
G71.032 |G71.0349
09 |34 Aex % Jp Limb-girdle muscular dystrophy G71.033 |G71.035
G71.0340 |G71.038
G71.0341 |G71.039
10| = v o Congenital muscular dystrophy G71.09
11|¢ wfhz Ve Central core disease G71.29
12| 5 ] #hy T Multiminicore disease G71.29
. 4 3 Emery-Dreifuss muscular dystrophy (G71.00
- U4 .
13 |Emery-Dreifuss "*~% % & (EDMD) G71.09
L% .353# £ % Disorders of the connective tissue
I1 01|42 2% % %« 2 % %= 4] [Ehlers Danlos syndrome IV Q79.63
J.i % 4 3B ¥ Disorders of the hematologic system
05 £ X a2 0] £ M T |Congenital thrombotic M31.19
o o thrombocytopenic purpura ‘
K. &% 4 322 ¥ Disorders of the immune system
D81.0
D81.1
K1 (05|FE4F & AL £ 4L R Severe combined immunodeficiency |D81.2
D81.31
D81.9
09y F#E <8 14 Interferon y receptor 1 deficiency D84.89
11 |Netherton Jz % ¥ Netherton syndrome Q80.8
2k g’ A ERN e : . : D59.32
122528 34 fR 4 73 & e i+ |Atypical hemolytic uremic syndrome D59.39

L.p &% % 5B ¥ Disorders of the endocrine system




L1 |04 |Laron = @& & J& & Laron syndrome (Laron Dwarfism) E34.321

M.L X w§ 35/ i ¥ Congenital malformations/syndromes

M1 |01 |Aarskog-Scott = Jg ix % Aarskog-Scott syndrome Q87.19
023 & M gz Waardenburg syndrome Q87.89
09 |Cornelia de Lange = jJg i¥ # |Cornelia de Lange syndrome Q87.19
15 [Robinow = jf iz ¥ Robinow syndrome Q87.89
28 |Angelman = JE i ¥ Angelman syndrome Q93.51
30 [Prader-Willi =~ jJg i ¥ Prader-Willi syndrome Q87.11
34| = BT R iE Williams syndrome Q93.82
37 gogg g;_) SR R (e Cockayne syndrome Q87.89
39 [Schaaf-Yang g iF ¥ Schaaf-Yang syndrome Q87.19




