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Aicardi-Goutiéres ZR&1iE Aicardi-Goutiéres Syndrome (AGS)
2 Gitelman 54t Gitelman Syndrome (GS)
3 Joubert ZZE1E Joubert Syndrome
4 Leber BE M RHRELHEES Leber Hereditary Optic Neuropathy (LHON)
5 Lennox-Gastaut Z2S1iE Lennox-Gastaut Syndrome (LGS)
6 McCune-Albright ZR&1iE Mccune-Albright Syndrome (MAS)
7 Rubinstein-Taybi £r&1iE Rubinstein-Taybi Syndrome (RSTS)
8 X-EHE IgM ZE1E X-Linked Hyper IgM Syndrome (HIGM1)

9 | XEMELBRNEREFAR

X-Linked Adrenoleukodystrophy (XLD)

10 X IEH AR Recessive X-Linked Ichthyosis ( RXLI )
11 B-ERf AR ES TR = AE Beta-Ketothiolase Deficiency (BKD)
12 =[iers Albinism

13 HERK Behcet's Syndrome (BS)

14 3 WEMGE Galactosemia

8 5 R MEFEHIE BRARSARY

Hereditary Multi-Infarct Dementia (Cerebral Autosomal

15 . . L Dominant Arteriopathy With Subcortical Infarcts And
BEREREHEEEIREIKE
Leukoencephalopathy, CADASIL)
16 RAEREE Phenylketonuria (PKU)
17 ABRIEE Propionic Acidemia (PA)
18 N NS Porphyria

19 FREREEEEER

Autosomal Recessive Polycystic Kidney Disease (ARPKD)

20 BBAEIE (B )

Osteogenesis Imperfecta (OI)

21 fiett X REBARLGREIE Fragile X Syndrome (FXS)

22 KIEMHEREIEE Epidermolysis bullosa (EB)

23 AR MBS ER TS EE M AE Hypophosphatasia

24 {RBSEDER Hypophosphatemic Rickets

25 bl k=g lil] Thalassemia

26 HKFFIER B RGSIE Alagille Syndrome (AGS)

27 HENEFARIE Duchenne Muscular Dystrophy (DMD)

28 BEMRERERBAE

Multiple Epiphyseal Dysplasia(MED)
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29 ZRUBHEE Multiple Myeloma
30 SRMEEY Multiple Sclerosis (MS)
31 A SR Fabry Disease
32 SeRIfER M Fanconi Anemia (FA)
33 P A A MM PRSESSTIE Atypical Hemolytic-Uremic Syndrome (AHUS)
34 HES BNZE4a1E Charcot-Marie-Tooth Disease (CMT)
35 BTk EE Pulmonary Arterial Hypertension(PAH)
36 NFEERE Maple Syrup Urine Disease ( MSUD )
37 FBRE-HI/REREGE Freeman-Sheldon Syndrome (FSS)
38 R R MR RIS PseudomyxomaPeritonei (PMP)
39 =Rz Wilson Disease (WD)
40 SRR MAE Hyperphenylalaninemia
41 RISV E A H taglandin E Synd (Bartter Synd )
Y yperprostaglandin E Syndrome (Bartter Syndrome
( BREZEETT)
42 poAL I Gaucher Disease (GD)
43 PEHREE RS Kabuki Syndrome (KS)
44 HFKE-EHMEY KAE Ataxia-Telangiectasia (AT)
45 AERZMEE Sitosterolemia
46 BEEERESET Myelodysplastic Syndromes (MDS)
47 MBI Citrullinemia
48 BRI ERSGATTE Peutz-Jeghers Syndrome (PJS)
49 SREISEIEAE Huntington Disease (HD)
50 HMIEIESiE Polycythemia Vera (PV)
51 NZELE M Z=AE(LEE Amyotrophic Lateral Sclerosis (ALS)
52 B/ Nt Spinocerebellar Ataxia (SCA)
53 BN ZEYEAE Spinal Muscular Atrophy (SMA)
54 FREERRA S Spinal And Bulbar M lar Atrophy (K dy Di )
. pinal And Bulbar Muscular Atrophy (Kennedy Disease
(EEHERSE)
55 FhEERE Hypochondroplasia
56 FRIRMER M EREE Familial Hypokalemia
57 RixM S B ERRIAE Familial Hyperchylomicronemia ( FH )
58 Rkt SRS R R IMEE Hyperinsulinemic hypoglycemia, familial ( HH )
59 FRER R IME Methylmalonic Acidemia (MMA)
60 REKERESRE Pseudoachondroplasia
61 SRR LE Tuberous Sclerosis Complex (TSC)
62 HITHEB T HEAB AR Myositis ossificans progressiva (MOP)
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63 | BHTHRIRIEATAIEHIFRE

Progressive Familial Intrahepatic Cholestasis

64 RIREGEM Kallmann Syndrome
65 et Crohn's Disease

66 RREEE Klinefelter Syndrome (KS)
67 Laron £R&1iE Laron Syndrome

68 | BAtEIRETBIELALRIEIEATE

Pulmonary Langerhans Cell Histiocytosis (PLCH)

69 FRVBRMAE Tyrosinemia
70 B a1E Rett Syndrome ( RTS )

71 | MBEZEIE (VHL &A1)

Von Hippel-Lindau Disease (VHL Syndrome)

72 ME SRR Lymphangioleiomyomatosis (LAM)
73 SNEETE Marfan Syndrome

74 JEIYERETE ( SP-4RETE)

Cri-du-chat Syndrome (5p- Syndrome)

75 HBERENEFRARIE

Facioscapulohumeral Muscular Dystrophy

76 - KR Niemann-Pick Disease (NPD)

77 RETENIES Urea Cycle Disorder (UCD)

78 RFLRAIIE Noonan Syndrome (NS)

79 A Pompe Disease

80 it Pelizacus-Merzbacher Disease (PMD)

BRI BAIGRETE

81 oy Prader-Willi Syndrome (PWS)
(/INERGFIERETE )
82 BEMNEFAR Myotonic Dystrophy (MD)

83 ERUWEBE IR E

Holocarboxylase Synthetase Deficiency

84 PENEEETE

Asphyxiating Thoracic Dystrophy (Jeune Syndrome)

85 TAESARR I BERH BB R E

Lysosomal Acid Lipase Deficiency

86 REREFE Achondroplasia
87 BERALEE Incontinentia Pigmenti ( IP )
88 R - R - B E MM Neuropathy - Ataxia, And Retinitis Pigmentosa (NARP
PERIFEE Syndrome)
89 LT HERETS Neurofibromatosis (NF)
90 VY RBBIRZRE Biotinidase Deficiency
91 ERKHERZE Growth Hormone Deficiency(GHD)
IR /)RR M SRS TR PSR
92 | & HA// - " Wiskott-Aldrich Syndrome (WAS)
a1k
93 ML EHER Neuromyelitis Optica (NMO)

94 Sl

Retinoblastoma
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95 MR fEEETME Retinitis Pigmentosa (RP)
96 USRI TR = fiE Tetrahydrobiopterin Deficiency
97 HEIRNCFR7 Glycogen Storage Disease (GSD)
98 ISR ATIE Turner Syndrome
RERMA IR R EE .
99 . N Gilbert's Syndrome (GS)
(Gilbert ZR&1E )
100 KIFLEEAE Angelman Syndrome (AS)
101 ERABERE Campomelic Dysplasia (CD)
102 BBRIBHRRETE Williams Syndrome (WS)
103 FohElrH Lissencephaly
104 X _ERIMAE Glutaric Acidemia (GA)
105 SEXE cajal FRIRAARERE S C ital Interstitial Cell Of Cajal H lasia With N 1
N o ongenital Interstitial Ce ajal Hyperplasia With Neurona
FIERETTRERE
106 LR BER & FRFERS Inborn Errors Of Bile Acid Synthesis
107 | SERMLIIEERIES TR M Congenital Dyserythropoietic Anemia (CDA)
108 FERMNTHEGEIE Congenital Myasthenic Syndromes (CMS)
109 ERERUAR Dyskeratosis Congenita (DC)
110 FeRMS _ERREZ FRIBATE Congenital Adrenal Hyperplasia (CAH)
111 52NN IS Nemaline Myopathy (NM)
112 SRR S ZLBR IER Mitochondrial Encephalopathy, Lactic Acidosis, And
NZEPHEERYE (MELAS £R&10E) Stroke-Like Episodes (MELAS)
113 ) LR EBS ST Neonatal Respiratory Distress Syndrome ( IRDS )
114 Mm% Hemophilia
115 eSS Moyamoya Disease
116 | EEMHIMEEMRMEY K Heriditary Hemorrhagic Telangiectasia (HHT)
117 BB REARTTSAE Hereditary Fructose Intolerance(HFI)
EEMHITHES X
118 e Alport Syndrome (AS)
( Alport &1 )
119 B MEEZEERE Hereditary Spastic Paraplegia (HSP)
120 S ME KA Hereditary Angioedema (HAE)
121 SIXERINE Isovaleric Acidemia (IVA)
122 FRBR-FHE R &S Cryptophthalmos-Syndactyly Syndrome
) LN B R
123 N Dravet Syndrome
(Dravet £R&1iE)
124 RFMRRUE Systemic Sclerosis (SSC)
125 KA MR A FRFEFRI% Permanent Neonatal Diabetes Mellitus (PNDM)
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126 X EPTRMERER M X-linked agammaglobulinemia(XLA)
127 BRI EE RTINS Chronic Granulomatous Disease (CDG)
128 BRI EREAE Primary Carnitine Deficiency (PCD)
129 BAEEESRm Aplastic Anemia
130 BRMBEHRE Young-onset Parkinson’s disease (YOPD)
131 RO HENCRUE Mucopolysaccharidosis (MPS)
132 ERANE Palmoplantarkeratoderma
133 R RER M M AT SR A FRIAE Paroxysmal Nocturnal Hemoglobinuria (PNH )
134 IEHEINERAR Limb-Girdle Muscular Dystrophy (LGMD)
135 FscimABAE Acromegaly
136 FERRER S L EREE Fatty Acid Oxidation Defect (FAOD)

IERERBSAE _ _

137 Nail-Patella Syndrome (Turner-Kieser Syndrome)

(Turner-Kieser Z=&1if)

138 | opiEErEHES A FRSEETA=AE | Medium Chain Acyl-Coa Dehydrogenase Deficiency (MCADD)

139 EENFEH Myasthenia Gravis (MG)
140 BEER S RRRE Severe Combined Immunodeficiency (SCID)
141 BEESCRME NIRRT = fE Severe Congenital Neutropenia (SCN)
142 HAEERENEE NagerAcrofacial Dysostosis (Nager Syndrome)
MHRERGEE
143 N Netherton Syndrome
( Netherton &1 )

Immune

Dysregulation-Polyendocrinopathy-Enteropathy-X-Linked
144 B3 REtinmss | B

Syndrome ( IPEX )
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