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No. | Disease name in Chinese Disease name in English
1 | 21-FRABES = 5E 21-Hydroxylase Deficiency
2 | At Albinism
3 | Alport ZEEAE Alport Syndrome
4 | WIEgEM R Amyotrophic Lateral Sclerosis
5 éjjgelman FAERREF ORI Angelman Syndrome
=X
6 | AR IREE G = E Arginase Deficiency

PN (22 B s o Asphyxiating Thoracic Dystrophy

THIE) (Jeune Syndrome)
8 | ARSI I R EEAE Atypical Hemolytic Uremic Syndrome
9 | B & RBEEm R Autoimmune Encephalitis
10 | A& stk % Autoimmune Hypophysitis

Autoimmune Insulin Receptopathy
11 | H B et g s 2= 2 A0

(Type B insulin resistance)

12 | BB fe g 6 = hE Beta-ketothiolase Deficiency

13 | MR BEEk =0 Biotinidase Deficiency

14 | OHEE T IEE Cardic lon Channelopathies

15 | SR M RS = 6E Carnitine Deficiency

16 | Castleman ¥ Castleman Disease

17 | MEB I SE Charcot-Marie-Tooth Disease

18 | JINEER I fE Citrullinemia

19 | REE EREKEAR Congenital Adrenal Hypoplasia

20 Se R R S K IAE M. | Congenital Hyperinsulinemic
JiE Hypoglycemia

21 | SRR 14 EAE Congenital Myasthenic Syndrome

S RMEMERE (JFEFEAR | Congenital Myotonia Syndrome (Non-

22 N
PSR B2 A1) Dystrophic Myotonia, NDM)
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23 | e RMHEAEEMN S Congenital Scoliosis

24 | TIRBIKY K Coronary Artery Ectasia

25 g?&ﬁé@ﬁéﬂﬂ@ﬁ%[ﬁ%ﬁ%ﬁ Diamond-Blackfan Anemia

26 | Erdheim-Chester J5 Erdheim-Chester Disease

27 | A Fabry Disease

28 | ZRJHAE M Hh i A Familial Mediterranean Fever

29 | Jun[JEé# i Fanconi Anemia

30 | PFLBEMGE Galactosemia

31 | Kb Gaucher’s Disease

32 | =S MEGENTC T Generalized Myasthenia Gravis

33 | Gitelman ZE&1E Gitelman Syndrome

34 | R R IMAE | Y Glutaric Acidemia Type |

35 | HEEERAURE Q&L 8D Glycogen Storage Disease (Type I 1)

36 | IfLA0H Hemophilia

37 | A g;eszzzzl;enticular Degeneration(Wilson

38 | AL A A 1 K Hereditary Angioedema (HAE)

39 | AR IR A RRE Hereditary Epidermolysis Bullosa

40 | AL RHE AN S0 Hereditary Fructose Intolerance

41 | A TEREE RE Hereditary Hypomagnesemia
Hereditary Multi-infarct Dementia

42 | TGS KM BEALIE R ,(Acri;fit;rs;g:/t\?vsi;:nsatj l:l))c(c))r:cii:: Inltnfa rcts and
Leukoencephalopathy, CADASIL)

43 | AL AR AR Hereditary Spastic Paraplegia

44 | RIS B = 6E Holocarboxylase Synthetase Deficiency

45 | [F] RS e B IAE Homocysteinemia

46 | 4iE XY EAEEEEME | Homozygous Hypercholesterolemia
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47 | TSR Huntington Disease
4 | HHH G A3 omocralina Sydrome
49 | RN R ITE Hyperphenylalaninemia
50 | fHCHE A R T IR Hypophosphatasia
51 | (KBEMEA 25 Hypophosphatemic Rickets
52 | FERMECHLRE Idiopathic Cardiomyopathy
53 fF%LFE‘fifﬁ%ﬁ‘fiﬁz?ﬁ%ﬁﬁ% Idiopathic Hypogonadotropic
DIRE IR E Hypogonadism
54 | R TR RN I TR L(;l;zz?::;iizl:llmonary Arterial
55 | FERMERGAF4EAL Idiopathic Pulmonary Fibrosis
56 | 1gG4 FHIRMEZIH IlgG4 related Disease
57 | Je RNV IR G RS Inborn Errors of Bile Acid Synthesis
58 | FIKERIMAE Isovaleric Acidemia
59 | RIREZEAIE Kallmann Syndrome
60 | BHASC T ZH 23 40 o 3 A= i Langerhans Cell Histiocytosis
61 | SRICIREEE1E Laron Syndrome
62 | Leber BAE M MHE AL Leber Hereditary Optic Neuropathy
63 KB 3-S5 A ISl | Long Chain 3-hydro>.(y'acyI-CoA
B = i Dehydrogenase Deficiency
64 | WhEEE LRI Lymphangioleiomyomatosis (LAM)
65 | ML IR B AN 52 hE Lysinuric Protein Intolerance
66 | VB AARER 14 NG 7 B R = E Lysosomal Acid Lipase Deficiency
67 | BUHERAE Maple Syrup Urine Disease
68 | L NLEEAE Marfan Syndrome
69 | McCune-Albrigh Z¢ & 1iE McCune-Albright Syndrome
20 FRBE LA A BLEBESE = | Medium Chain Acyl-CoA Dehydrogenase
JiE Deficiency
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71 | FRERPN R IGE Methylmalonic Academia

72 | AR LR Mitochodrial Encephalomyopathy

73 | 2 FECAE Mucopolysaccharidosis

74 | ZHAEIB BT Multifocal Motor Neuropathy

25 Z PP IL G A LS BEB = | Multiple Acyl-CoA Dehydrogenase
g Deficiency

76 | Z MR Multiple Sclerosis

77 | ZRBEY Multiple System Atrophy

78 | MIBREMEEFRAR Myotonic Dystrophy

79 | N-ZBERRRE M E = iE | N-acetylglutamate Synthase Deficiency

80 | M) LHEIRIA Neonatal Diabetes Mellitus

81 | MAHATRER Neuromyelitis Optica

82 | B2 UL Niemann-Pick Disease

83 | L EIETEH& Non-Syndromic Deafness

84 | Noonan Zi&1iE Noonan Syndrome

85 ;Eﬁﬁﬁﬁ MR R R 2 Ornithine Transcarbamylase Deficiency

86 | AR A (HER) gisst:;gee)nesis Imperfecta (Brittle Bone

g7 HEHM (HEM, BR Parkinson Disease (Young-onset , Early-
) onset)

88 | Bl HEERR 1A I 21 85 (1 JR Paroxysmal Nocturnal Hemoglobinuria

89 | EBEE AL Peutz-Jeghers Syndrome

90 | ZKIN MR FRAE Phenylketonuria

91 | POEMS Zi&1iE POEMS Syndrome

92 | NI Porphyria

93 | Prader-Willi 2 &4 Prader-Willi Syndrome

94 | Ji K VEBE A o R Primary Combined Immune Deficiency
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95 | JFER M ALK 1A A Primary Hereditary Dystonia

96 | i &kVEREEAVERFEAR Primary Light Chain Amyloidosis

97 BEAT ME S E AT BBV AR | Progressive Familial Intrahepatic
fiE Cholestasis

98 | HHTHNEFRAR Progressive Muscular Dystrophy

99 | NI ILAE Propionic Acidemia

100 | fliyfs B AP ARE Pulmonary Alveolar Proteinosis

101 | FiliZEPE4T 244k Pulmonary Cystic Fibrosis

102 | #0190 fiE 25 AR 1 Retinitis Pigmentosa

103 | A0 B RE 40 e JRg Retinoblastoma

104 | EERE S R b 40 o il = Severe Congenital Neutropenia

105 %)Lpﬁjﬂﬁ?gﬁﬁﬁﬁ Severe Myoclonic Epilepsy in Infancy
(Dravet ZEA1LE) (Dravet Syndrome)

106 | HJI AL 40T I Sickle Cell Disease

107 | Silver-Russell Zi&1iE Silver-Russell Syndrome

108 | 4 [H] B i i Sitosterolemia

109 HHEIERENIZESEAE (FJeid | Spinal and Bulbar Muscular Atrophy
I ) (Kennedy Disease)

110 | HHEMENIZES0hE Spinal Muscular Atrophy

111 | A a5 O Spinocerebellar Ataxia

112 | RGVERIALAE Systemic Sclerosis

113 | VU A Wpisens 6 = A Tetrahydrobiopterin Deficiency

114 | S5 B ALgE Tuberous Sclerosis Complex

115 | Jg A MBS = IR L AE Tyrosinemia

116 @K%@?ﬁ%ﬁ@@ A R E B | Very Long Chain Acyl-CoA Dehydrogenase
ZhE Deficiency

117 | BRI 2 & Williams Syndrome

118 ?%i‘ﬁ%/]\ﬁ?}ﬂz/)ﬁﬁﬁaﬁﬂﬁﬁ Wiskott-Aldrich Syndrome
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119 | X-IE@C A MERE A 5E X-linked Agammaglobulinemia

SERE X S AN
120 )g\'@\ - i 2 B A X-linked Adrenoleukodystrophy

121 | X-JE bk 2 16 A X-linked Lymphoproliferative Disease
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