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NETZR g ¢ B8 |ICD-10-CM 68— F & | ZEORE

PEL PxRL (ERES)

AXmLEHER)

ICD-10-CM % 4%

A X MR A ¥ Inborn errors of metabolism

© A2 Bz L B8/ A MEE R M E % Disorders of amino acid/organic acid metabolism

A2 |01 | B Bk BE 4K R R

Amino acid metabolic disorders

(Aminoacidopathies)

E72.9
E70.9
E72.10
E72.89

OA3 &/ E Lysosomal storage disorders

Niemann-Pick KJE > 3 555k

A3 104 e by

Niemann-Pick disease

E75.240:Type A
E75.241:Type B
E75.242:Type C
E75.243:Type D
E75.244:Type A/B
E75.248:0ther
E75.249:unspecified

14| % 35 M5 BR A Bk 2 JE

Multiple sulfatase deficiency

E75.26

OA4 B KIS MR B EE Disorder

s of carbohydrate metabolism

aq o3 B dn R IR F A 6

[

Glut (Glucose transport)1 deficiency

syndrome

E74.810

04 |#2 ELBZ B4R 2 JE

Transaldolase deficiency

E74.89

OAS8 FEE BE R 5 H X E % Disorders of cholesterol and lipid metabolism

a] A = ¥, = pE =
A8 |01 |R & T RAM &R0

Homozygous familial

JE hypercholesterolemia E78.01
03 |5 [ BF sz (FE 4 1) Sitosterolemia E;gg?
OAIl H 4R % E % Other metabolic disorders
All |04 |4 % b8 AL gloj%genital disorder of glycosylation, E77.8
B.BS 3R ¥ 48 4 4 B % Disorders of the brain or nervous system
N Bk 8 > ) 2
07 %\ gﬁ o i SR AR B 4 1 Spinocerebellar ataxia G11.9
e r % om 2k g G12.20
17 ‘g%gﬁ)ﬁ(ﬁ‘%}é%@ AL Kennedy disease G12.24
N &l G12.29
G40.833

23 |Dravet JE 1% 2

Dravet syndrome, DS

G40.834




32 |Basilicata-AkhtarsE & 2 Basilicata-Akhtar syndrome F78.A9
G.ALE 4 4 2 % Disorders of the muscular system
Gl |01 | R BRAILA % HIE Duchenne muscular dystrophy G71.01
02 [Nemaline 4%}k AL A o 4 Nemaline rod myopathy G71.21
. Facioscapulohumeral muscular
05 | & & AT BL ALK R dystrophy G71.02
06 |BL-]~ & % % Myotubular myopathy G71.220
07| B ZAAA Rk EAE Becker muscular dystrophy G71.01
G71.031 |G71.0342
G71.032 |G71.0349
09 B F R PLE B Limb-girdle muscular dystrophy G71.033 |G71.035
G71.0340 (G71.038
G71.0341 |G71.039
10 | e R AL A BIE Congenital muscular dystrophy G71.09
11| P s b2 LR Central core disease G71.29
12| % #40)~ $4 22 WLJR Multiminicore disease G71.29
. . Emery-Dreifuss muscular dystrophy |G71.00
13 EmCI'y-DI'CIfLISS HJL%%*E‘E (EDMD) G71.09
Li @@ 2% Disorders of the connective tissue
1 |01 | aR&EGFaKEFFEwA  |Ehlers Danlos syndrome IV Q79.63
J &% % % E % Disorders of the hematologic system
05 % R M 42 M fo o) AR & T |Congenital thrombotic M31.19
BB thrombocytopenic purpura :
K. %% 4 4 & % Disorders of the inmune system
DS81.0
DS8I1.1
Kl (05| E# 500 &Rkt % Severe combined immunodeficiency |D81.2
D81.31
D81.9
0Oy Fi#EFx 1 58 Interferon y receptor 1 deficiency D84.89
11 [Netherton & 1% 2% Netherton syndrome Q80.8
.o . . . . D59.32
12 |Fp g A Fie 7% dnjE f% B |Atypical hemolytic uremic syndrome | 55050

L.A %4 % &% Disorders of the endocrine system




L1 |04 |Laron K4k1% JE 1% BF Laron syndrome (Laron Dwarfism)  |E34.321

M. % R %/ 1% 2 Congenital malformations/syndromes

M1 |01 |Aarskog-Scott K JE 1% & Aarskog-Scott syndrome Q87.19
02 | FLAMA 44 KU 1% 2% Waardenburg syndrome Q87.89
09 [Cornelia de Lange K J£ 1% %% |Cornelia de Lange syndrome Q87.19
15 [Robinow K JE 1% & Robinow syndrome Q87.89
28 [Angelman K JE 1% &% Angelman syndrome Q93.51
30 [Prader-Willi K & 1% & Prader-Willi syndrome Q87.11
34 | B B B KOE 1% B Williams syndrome Q93.82
37 %}}ﬁg g;:) BRIE 15 BF (7 5L Cockayne syndrome Q87.89
39 |Schaaf-Yang 1% & Schaaf-Yang syndrome Q87.19




