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13 A FE R H = 5E Biotinidase Deficiency
14 | CoEE M R Cardic Ton Channelopathies
15 | B Pl = 6 Carnitine Deficiency
16 | Castleman 74 Castleman Disease
17 | HEg EEE Charcot—Marie-Tooth Disease
18 | WA ER MLSE Citrullinemia
19 Eﬁ'lﬂt%ﬁﬂfﬂﬁﬁ$ Congenital Adrenal Hypoplasia
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25 ;;Z;EE?EiEéHH@F@H& Diamond-Blackfan Anemia
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28 | SR MM b b Famiiial Mediterranean Fever

29 |y R4 . flanconi Anemia

30 | AeFL A A Galactosemia
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36 | 1R Hemophilia

37 | PSR Hepatolenticular Degeneration(Wilson Disease)

38 | MMM KE | Hereditary Angioedema (HAE)

39 Ei;iﬂkj(ﬁiﬂkﬂ%ﬁﬁ*ﬁ Hereditary Epidermolysis Bulloesa

40 | BB EEEAT 55E | Hereditary Fructose Intolerance

41 | G NLE Hereditary Hypomagnesemia

4 ﬁﬁf?ﬁké?%imﬁﬁﬁﬁﬁﬁt Hereditary Multi~infarct Dementia (Cerebral Autoscmal
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Dominant Arteriopathy with Subcortical Infarcts and
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a8 | M g ypero naem yperam a ocitru ia
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49 | EE R EER LA Hyperphenylalaninemia
5O | A 1 1 e g 1t A Hypophosphatasia
51 | R fo 895 Hypophosphatemic Rickets
52 | ¥ & MRS Idiopathic Cardiomyopathy
B PR AR M IR
53 PN Idiopathic Hypogonadotropic Hypogonacdism
P 1 i T i IR AR
54 | He R MRl Bl B He Tdiopathic Pulmonary Arterial Hypertension
55 | Bk et 4ill [diopathic Pulmonary Fibrosis
56 | TG4 36k IH IgG4 related Disease
e -EE E” 3L pb [ .
h7 ;;Eji] L Inhorn Errors of Bile Acid Synthesis
S
58 | SRR IMCEE Tsovaleric Acidemia
59 | RRBLR-ETE Kallmann Syndrome
A4 U7 2R 2 40 B 1
60 Rt DU LA Langerhans Cell Histiocytosis
s
61 | 10 KEEEE Laron Syndrome
Leber AR TEIR M4
62 | . fetEaRa Leber Hereditary Optic Neuropathy
e
Ttk 3-FRmt AN A
63 | . Long Chain 3-hydroxyacyl-CoA Dehydrogenase Deficiency
it S i =
64 | kEENIEH Lymphangicleiomyomatosis (LAM)
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65 I Lysinuric Protein Intolerance
TSEE AR ER T RS i B o
66 %: E{Mﬁi AR Lysosomal Acid Lipase Deficiency
ZiE
87 | MM Maple Syrup Urine Disease
68 | RS TE Marfan Syndrome
- McCune—Albrigh 43 MoC Albricht Synd
cCune~Albri ndrome
BT By
FEEEL RN A IS
VN Medium Chain Acyl-CoA Dehydrogenase Deficienc
Bt i 7
71 | BEE ZBINAE Methylmalonic Academia
72 | Sefuddk iz Ane Mitochodrial Encephalomyopathy
73 | B iR Mucopolysaccharidosis
74 | BiMiEs LR Multifocal Motor Neuropathy
LR BEE: AR A DL
75 ] Multiple Acyl-Cocd Dehydrogenase Deficienc
R yeros y
76 | £ REELL Multiple Sclerosis
e Yk Multiple System Atrophy
78 | MIEREEE IR AR Myotonic Dystrophy
N-Z. B A EUNR & R _
791, ) N-acetylglutanate Synthase Deficienc
RS ’ ’
80 | B JLPE PRI Neonatal Diabetes Mellitus
81 | MMLEBEL Neuromyelitis Optica
82 | BBIL AT Niemann-Pick Disease
83 | st EE Non-Syndromic Deafness
84 | Noonan 4Z-&1{iF Noonan Syndrome
BEgE P EREE
1 ~ | Ornithine Transcarbamylase Deficienc
AL o d Y
36 | BN EE) | Osteogenesis Imperfecta (Brittle Bone Disease)
I fRm (EaER,
87 Hpdiim (R Parkinson Disease (Young-onset , Early-onset)
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Paroxysmal Nocturnal Hemoglobinuria

89 | MBI S A LA 1E Peutz—Jeghers Syndrome
90 | KA IRAE Phenylketonuria
91 | POEMS £x-&61iF POEMS Syndrome
a2 | nhmEEE Porphyria
93 Prader-Willi R Prader-Willi Syndrome
fiE
94 | BB R | Primary Combined Immune Deficiency
95 ii‘["]ﬁiﬁ%‘fﬂi%b’{ﬁj} Primary Hereditary Dystonia
96 Eﬁ%%%ﬂﬁ%# Primary Light Chain Amyloidosis
97 j{%g;ﬁiﬁr&ﬂmﬂﬂ Progressive Familial Intrahepatic Cholestasis
98 | HATHEHEAR Progressive Muscular Dystrophy
99 | AN MLAE Propionic Acidemia
100 | i 2 PTRRAE Pulmonary Alveolar Proteinosis
101 | a1 4 44t Pulmonary Cystic Fibrosis
102 | F0 o) N £, AR Retinitis Pigmentosa
103 | 490 3 FEE £ 47 B S Retinoblastoma
104 i;ﬁ%?&ﬁ*ﬁ?&[ﬂ@ﬂ’& Severe Congenital Neutropenia
105 ﬁigiiiﬁi&ﬁ Severe Myoclonic Epilepsy in Infancy {(Dravet Syndrome)
106 | G7) B4 A | Sickle Cell Disease
107 i"l-v.rerfRussell 2’% Silver-Russell Syndrome
a1k
108 | 4 [l i 1o i Sitosterolemia
109 ﬁﬁgﬁg%ﬁﬁ Spinal and Bulbar Muscular Atrophy (Kennedy Disease)
110 | BB ELTE Spinal Muscular Atrophy

20 —



111 | FaE- DRSS | Spinocerebellar Ataxia

112 | R Systemic Sclerosis

113 | PUS A itndfk = 5E | Tetrahydrobiopterin Deficiency

114 | 597 e Tuberous Sclerosis Complex

115 | BR M B a8 i g Tyrosinemia
BB G A B

116 e Yery Long Chain Acyl-CoA Dehydrogenase Deficiency
EHGT 2 6

117 | BB drss et ¥illiams Syndrome

| EE MR R | ) .

118 o Wiskott-Aldrich Syndrome
X-E A ERE D

119 X-linked Agammaglobulinemia
R g g
X405 B R 5

1201 ... X-linked Adrenoleukcdystrophy
BEHEIR

121 | X—E 4 ik B2 5 AR e X-linked Lymphoproliferative Disease
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