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R4 5

S W H o

T pxan A

L | 21-# b Eg 6 2 JF 21-Hydroxylase Deficiency

2 | B Albinism

3 | Alport % 41L Alport Syndrome

4 | L g R T A Amyotrophic Lateral Sclerosis

L5} A??}g;jﬁ—i}ﬁﬁ Angelman Syndrome

6 | MEREHZIE Arginase Deficiency

. Py ig A4E (% B | Asphyxiating Thoracic Dystrophy
B & 0D (Jeune Syndrome)

8 | A PR F4E ) Atypical Hemolytic Uremic Syndrome

9 | BEAEERR Autoimmune Encephalitis

10 | 88 pEHERRK Autoimmune Hypophysitis

1" B RENEEYSEY | Autoimmune Insulin Receptopathy
e (Type B insulin resistance)

12 | B-BH#i ST 5 | Beta—ketothiolase Deficiency

13 | &4 F WA Biotinidase Deficiency

14 | A fEE F 3 3 5 Cardiec Ion Channelopathies

16 | &M B Wb 2 Carnitine Deficiency

16 | Castleman #F Castleman Disease

17 | R WL 480 Charcot-Marie-Tooth Disease

18 | N 4% i AE Citrullinemia

19 iiﬁ‘f&'%.tﬂiﬁ'ﬁﬁz Congenital Adrenal Hypoplasia

20 ﬁgﬁiﬂﬁ&#ﬁ% Congenital Hyperinsulinemic Hypoglycemia




21 | XN AL A & A4E | Congenital Myasthenic Syndrome
ERENEE (GFE

22 | R RERLE H% 4 | Congenital Myotonia Syndrome {Non-Dystrophic Myotonia, NDM)
4iED

23 | e REH EMNE Congenital Scoliosis

24 | BB TR Coronary Artery Ectasia

25 g;ﬁgifﬁﬂﬂﬁi Diamond-Blackfan Anemia

26 | Erdheim—Chester # | Erdheim-Chester Disease

27 | B4 Fm Fabry Disease

28 | SR v P ¥ A Familial Mediterranean Fever

29 | TR i Fanconi Anemia

30 | I E M E Galactosemia

31 | XM Gaucher’ s Disease

32 | 2 HABEREMNAS | Generalized Myasthenia Gravis

33 | Gitelman 4 &4F Gitelman Syndrome

34 PR adE LA Glutaric Acidemia Type I

35 fﬁ%ﬁﬁ (14, Glycogen Storage Disease (Type I. IID

36 | fA® Hemophilia

37 | HEkAEAEM Hepatolenticular Degeneration(Wilson Disease)

38 | G m AR | Hereditary Angioedema (HAE)

39 ﬁg*f&k?ﬁ’}fk%ﬂl 4 Hereditary Epidermolysis Bullesa

40 | B MR BT ZIE | Hereditary Fructose Intolerance

A1 | B MR R Hereditary Hypomagnesemia

o | ART i Aetortepeiy wie Soncortical Tofarers wd

Leukoencephalopathy, CADASIL)
43 | d G v T AR Hereditary Spastic Paraplegia




SR A R

44 5 Holocarboxylase Synthetase Deficiency
AF
45 | B & -k €08 i A Homocysteinemia
A T A e R I
46 . Homozyeous Hypercholesterolemia
B P
47 | FEA R Huntington Disease
a8 | Hi = AE Hyperornithinaemia—Hyperammonaemia—Homocitrullinuria
Syndrome
49 | HARHAE Wi Hyperphenylalaninemia
50 | A% 54 % B 0 AE Hypophosphatasia
51 | R g Hypophosphatemic Rickels
52 | WAMANE Idiopathic Cardiomyopathy
F AP R
53 ' o Idiopathic Hypogonadotropic Hypogonadism
P 50 P YboE pie TP
54 | K¢ & B2 Mo IR Idiopathic Pulmenary Arterial Hypertension
55 | & v A4 Idiopathic Pulmonary Fibrosis
56 | TgG4 4 3% M & % 1g64 related Disease
P B
57 i:uﬁf TRt B & Inborn Errors of Bile Acid Synthesis
T
58 | KB i fE Isovaleric Acidemia
59 | kKRB &AL Kallmarn Syndrome
B A S S 4 43 4 e
60 Eﬂ% AR SR AR Langerhans Cell Histiocytosis
A
61 | 40 K45 A4 Laron Syndrome
Leber 3 {41444 £
62 © el Leber Hereditary Optic Neuropathy
A
K4 3-FBE A MR A
63 ' - Long Chain 3-hydroxvacyl-CoA Dehydrogenase Deficiency
B i Y Y
64 | HELE AR Lymphangioleiomyomatosis (LAM)
A R E G AW % N )
65 5 Lysinuric Protein Intolerance
YA W A R A e 7 g ke
66 zéﬁw P B Lysosomal Acid Lipase Deficiency




87 | WAHE S Maple Syrup Urine Disease

68 | & L&EA14E Marfan Syndrome

69 N/g%ne—ﬁlbrigh # McCune—Albright Syndrome

70 ;;ﬁ?i%%!\ e, Medium Chain Acyl-CoA Dehydrogenase Deficiency
T AR S OE Methylmalonic Academia

72 | AR B LR Mitochodrial Encephalomyopathy

73 | FEEME Mucopolysaccharidosis

74 | £ H MBI Multifocal Motor Neuropathy

75 izfiffﬁﬁgﬂ B4 Multiple Acyl-CoA Dehydrogenase Deficiency

76 | £ Z M Multiple Sclerosis

T | S RGER Multiple System Atrophy

78 | ML E M5 7 B Myotonic Dystrophy

79 g;i@ﬁ@éﬁk% N-acetvlglutamate Synthase Deficiency

80 | FiaE AR Neonatal Diabetes Mellitus

8l | MMEHEME Neuromyelitis Optica

82 | B L% Niemann—Pick Disease

83 | kAT FE Non-Syndromic Deafness

84 | Noonan % 4-4F Noonan Syndrome

85 iiiﬁi@%%%@ Ornithine Transcarbamylase Deficiency

86 | MEFLEE5%) | Osteogenesis Imperfecta (Brittle Bone Disease)
87 Eizfﬁ CFeal Parkinson Disease (Young-onset , Early-onset)
88 gﬁ%ﬁﬂﬁi&jﬁlﬂﬁ Paroxysmal Nocturnal Hemoglobinuria

89 | BIAH AT Peutz—Jeghers Syndreme

90 | EAERRIE Phenylketonuria




91 | POEMS & &1E POEMS Syndrome
02 | kg Porphyria
Prader-Willi &4
93 /ra erriLiiL =k Prader-¥illi Syndrome
fiE
94 | B RMBA GG | Primary Combined Immune Deficiency
Y &k R A
95 RAMR AR Primary lereditary Dystonia
T
JB % M ek A e A
96 i’% BREFB | | vy Light Chain Anyloidosis
VAT e A T T
97 1 .. ) Progressive Familial Intrahepatic Cholestasis
THRBE g
98 | #ATHMEFFR Progressive Muscular Dystrophy
99 | W% Wk Propionic Acidemia
100 | A3 & SURUE Pulmonary Alveolar Proteinosis
101 | fif Bk 47 4k 4 Pulmonary Cystic Fibrosis
102 | MR HE £ L Retinitis Pigmentosa
103 | A Y RE 45 4 i 9 Retinoblastoma
5 B A 4 L
104 %E%K} el Severe Congenital Neutropenia
2 e
LS 7
105 ﬁ(nii?ﬁjﬁiﬁ Severe Myoclonic Epilepsy in Infancy (Dravet Syndrome)
106 | 4 77 & 0 i 4 o 75 Sickle Cell Disease
Silver-Russell % .
w7, Silver-Russell Syndrome
gk
108 | A H 8% i A7 Sitosterolemia
-0 HE YR L 2 4
109 . Spinal and Bulbar Muscular Atrophy (Kennedy Disease)
CH R o
110 | HFEEtELE 45 Spinal Muscular Atrophy
T11 | &5/ 35 k3 | Spinocerebellar Ataxia
112 | 2 25 W fb Systemic Sclerosis
113 | W& 4 HpiEed b X JF | Tetrahydrobiopterin Deficiency




114 | e Tuberous Sclerosis Complex
115 | B &P &1 Tyrosinemia
WK BB A BR
118 . Very Long Chain Acyl-CoA Dehvdrogenase Deficier
ﬁﬁﬁ%iﬁ ¥y g ¥ y g clency
117 | B BRI AT 4% 440 Williams Syrdrome
AN &R ol
1181 Wiskott—Aldrich Svndrcme
SEBLH 42 D E i v
¥~ 4 3
119 EHLFHRE S X-linked Agammaglobulinemia
M HE
HAUE R E R .
120 X-linked Advenoleukedystroph
ERTR YRR
121 | X-Eafu B 4 X-linked Lymphoproliferative Discase
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