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1 | 21-FEBRZE 21-Hydroxylase Deficiency

2 |Bim Albinism

3 |Alport Z&1iE Alport Syndrome

4 | NELEMZETEL Amyotrophic Lateral Sclerosis
Angelman EGRE(®EF

5 Angelman Syndrome

(KA ? y

6 |BRERMERZIE Arginase Deficiency
BN AT (EEE Asphyxiating Thoracic

7 Dystrophy

DRz RFHE)

(Jeune Syndrome)
8 | JpEAMMRERE Atypical Hemolytic Uremic
Syndrome

9 | BEERREMMK Autoimmune Encephalitis
10 | BEREHERRK Autoimmune Hypophysitis
y S eSS T ,:utoimmune Insulin

‘ eceptopathy
P (Type B insulin resistance)
12 | B-ERERAREBERZ=AE | Beta-ketothiolase Deficiency
13 | EREBRZAE Biotinidase Deficiency
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14 | OiFEFBER Cardic lon Channelopathies
15 | REMARERZE | Carnitine Deficiency
16 | Castlemany® Castleman Disease
17 | HEBIZE4arE Charcot-Marie-Tooth Disease
18 | MABRIAE Citrullinemia
19 SRS FIRABA | Congenital Adrenal
R Hypoplasia
20 EREBREEMK | Congenital Hyperinsulinemic
[MAEMIE Hypoglycemia
21 | e ESSAT gongenital Myasthenic
yndrome
SeRMEMSEE (IFE | Congenital Myotonia
22 | FEARMAEELES | Syndrome (Non-Dystrophic
{iF) Myotonia, NDM)
23 | FERMBENS Congenital Scoliosis
24 | ARFBKY 5KI%m Coronary Artery Ectasia
25 ggggﬁéﬂiﬂ@ﬁi Diamond-Blackfan Anemia
26 | Erdheim-Chesterfg | Erdheim-Chester Disease
27 | EmERw Fabry Disease
28 | ikt Familial Mediterranean Fever
29 |sERJERIM Fanconi Anemia
30 | FEMEE Galactosemia
31 | X% Gaucher’ s Disease
3 | 2EMEENES Genejralized Myasthenia
Gravis
33 | Gitelman Z&1iE Gitelman Syndrome
34 | X_ERIMEEIZY Glutaric Acidemia Type |
35 WERZFE (1B, IO | Glycogen Storage Disease
#l) (Type I, 1)
36 | MAS&® Hemophilia
s Hepatolenticular
37 | R Degeneration(Wilson Disease)
38 | EEMEME KT Hereditary Angioedema (HAE)
BEMRBMERRR | Hereditary Epidermolysis
39
fRIE Bullosa
40 | BEMEERTEE :—|ereditary Fructose
ntolerance
A1 | EEMEREIRE Hereditary Hypomagnesemia
Hereditary Multi-infarct
Dementia (Cerebral
L, |EetEE R |(00ome bomnant
P | rteriopathy with Subcortica
nfarcts and
Leukoencephalopathy,
CADASIL)
43 | BEIEEEE M ERE Hereditary Spastic Paraplegia
44 HRWEESAEETERZ | Holocarboxylase Synthetase
iE Deficiency
45 | FEEBYERINAE | Homocysteinemia
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46 WEFHRIEESERE | Homozygous
FEIAE Hypercholesterolemia
47 | SEMSERES Huntington Disease
Hyperornithinaemia-
48 | HHHEZ&1E Hyperammonaemia-
Homocitrullinuria Syndrome
49 | BEARRIE Hyperphenylalaninemia
50 | {iEhRkMERSERES INRE Hypophosphatasia
51 | {REEIEOER Hypophosphatemic Rickets
52 | BREOIE Idiopathic Cardiomyopathy
53 BERIEREMEEREE | Idiopathic Hypogonadotropic
MEMBRINEEREGE | Hypogonadism
54 | B MK SE :_c||iopathic .Pulmonary Arterial
ypertension
55 | FrRMERBETEL Idiopathic Pulmonary Fibrosis
56 | lgGAtERMRRB |gG4 related Disease
57 SERMEREHEEARRE | Inborn Errors of Bile Acid
s Synthesis
58 | RIXERINE Isovaleric Acidemia
59 | RIRELGETE Kallmann Syndrome

60

RA&I N HT B 2R
SfE

Langerhans Cell Histiocytosis

61 | KSRGS Laron Syndrome
Leberizf&i#4s | Leber Hereditary Optic
62
mE Neuropathy
o s . Long Chain 3-hydroxyacyl-
63 I3 EBEREA CoAgDehydrogeynasey ’
AR SEB TR = 1E -
Deficiency
. Lymphangioleiomyomatosis
< SSAM JBay
64 | MEERNER (LAM)
= A F R P AT,
65 Eﬁ@zﬁmlﬂ?’ﬂﬂx Lysinuric Protein Intolerance
TBESRERMERSRRERER | Lysosomal Acid Lipase
66 | _ .
ZHE Deficiency
67 | WUHERRAE Maple Syrup Urine Disease
68 | BRZETE Marfan Syndrome
_Albrigh=
69 I\i;:éune Albrigh?z McCune-Albright Syndrome
A
20 chisEEEMESARIS | Medium Chain Acyl-CoA
FBIRZIE Dehydrogenase Deficiency
71 | RERTRRINE Methylmalonic Academia
R Mitochodrial
72 | SRiRBRASS
Encephalomyopathy
73 | BAERECRRAE Mucopolysaccharidosis
74 | SiMEEEHEER% | Multifocal Motor Neuropathy
75 ZHBEIEEBARS, | Multiple Acyl-CoA
FER=fE Dehydrogenase Deficiency
76 | ZRIMERENL Multiple Sclerosis
77 | ZR5=ES Multiple System Atrophy
78 |EEEMEFRAR | Myotonic Dystrophy
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N-ZEtSEBEmMEE | N-acetylglutamate Synthase
79 .
TRZE Deficiency
80 | #rE) LERIR Neonatal Diabetes Mellitus
81 | EIER Neuromyelitis Optica
82 |BEMlwm Niemann-Pick Disease
83 |FFEIMEE Non-Syndromic Deafness
84 | NoonanfZ=&iiE Noonan Syndrome
BERMEPEEER | Ornithine Transcarbamylase
85 — .
FERZfE Deficiency
86 MBASE (B8 | Osteogenesis Imperfecta
5) (Brittle Bone Disease)
87 TAEFRm (BEEL.  |Parkinson Disease (Young-
BRE) onset, Early-onset)
88 bR MEREARMEINZTE | Paroxysmal Nocturnal
BFR Hemoglobinuria
89 | BHERSGATE Peutz-Jeghers Syndrome
90 | ARERFRAE Phenylketonuria
91 | POEMS&RETE POEMS Syndrome
92 | NIt Porphyria
93 | Prader-Willig&r&1E | Prader-Willi Syndrome
04 | EAMEELA G PDrirr‘le?ry Combined Immune
eficiency
95 EZ’TE&%’EH&ﬁKﬁ Primary Hereditary Dystonia
[FRMRERGERMEE | Primary Light Chain
e Amyloidosi
Iz myloidosis
97 WITHSRIRMERFRAE | Progressive Familial
THRFUE Intrahepatic Cholestasis
08 |iFtmIEsRE Progressive Muscular
Dystrophy
99 | RERINAE Propionic Acidemia
100 | =i s Pulm9nar>/ Alveolar
Proteinosis
101 | BRI LT 4 L Pulmonary Cystic Fibrosis
102 | fIMpEE R Retinitis Pigmentosa
103 | IS 4ERETE Retinoblastoma
104 EESCRMRIEEER | Severe Congenital
ZHE Neutropenia
105 ) L=EppEZEMEER | Severe Myoclonic Epilepsy in
fiW(DravetZZE&1iE) Infancy (Dravet Syndrome)
106 | ) BAMBR A IR Sickle Cell Disease
107 | Silver-RussellZR&1iE | Silver-Russell Syndrome
108 | AERSIMEE Sitosterolemia
109 BYEEIEA=4aTE Spinal and Bulbar Muscular
(BEE%) Atrophy (Kennedy Disease)
110 | BRI ZEYaE Spinal Muscular Atrophy
111 | BEE\IGHEILFFEE | Spinocerebellar Ataxia
112 | RGO Systemic Sclerosis
113 | s S Tetr.ahydrobiopterin
Deficiency
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114 | EHMEE Tuberous Sclerosis Complex
115 | RAMESSERIMAE | Tyrosinemia
116 AR ESSESARL | Very Long Chain Acyl-CoA
SESTRZIE Dehydrogenase Deficiency
117 | HERBHERSGATE Williams Syndrome
IR I/ VR M SR : .
118 | Wiskott-Aldrich Syndrome
TR EIT ' ch 5y
119 X-EPIARFMEKER | X-linked
MfE Agammaglobulinemia
120 X-EH{E LARIMEER | X-linked
BEFRAR Adrenoleukodystrophy
121 | xogemmsn thlnked Lymphoproliferative
Disease
BXRiEE: (XTFERE—MENHRERBER) RIZ
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1 | MERETA Achondroplasia

2 | AN AR Acquired hemophilia

3| Bosm R AE Acromegaly

4 | RAHTFE KA Adult-onset Still disease

5 | Alagille % & 1E Alagille syndrome

6 |o-l-fiEE A= E Alpha-1-antitrypsin deficiency

7 | ANCA # &M & R ANCA-associated vasculitis

8 | Bardet-Biedl 4 A1E Bardet-Biedl syndrome

9 | BER/ MRS A Behget's disease

10 | BegFZRaER Blue rubber bleb nevus

11 | CDKLS5 = JE CDKL5-deficiency disorder

12 | TRk e Choroideremia

13| 18 M 0k B BE B £ % b IR AR A2 Chronic inflammatory demyelinating
polyneuropathy

14 | K& HAEMARE Clear cell sarcoma of kidney

15 | AEEEFH Cold agglutinin disease

16 | 28 KM B | 91 Congenital biliary atresia

17 | B RMEMEF VI 2 Congenital factor VII deficiency

o | O E) R pE | oobin associaied periodic syndrome/

NLRP3 48 % B & % 5 b 5 ' ystemic autoinflammatory

disease

19 | R Z R A IE (KA ) Cutaneogs neuroendocrine carcinoma(Merkel
cell carcinoma)

20 | KRR T d Ak BB Cutaneous T-cell lymphomas

21 | & e AUE Cystinosis

22 | BRI RN E Dermatofibrosarcoma protuberans

23 | BB MR ML B MR Eosinophilic gastroenteritis

24 | FEAEAE Epithelioid sarcoma

25 | ERABANERTERIE Facioscapulohumeral muscular dystrophy

26 | XK kMR M 40 RE Ak B A 41 4 B g A4 Familial hemophagocytic lymphohistiocytosis

27 | KRB R WA Familial adenomatous polyposis

28 | HATHENHUTELXEFE Fibrodysplasia ossificans progressiva

29 | Mt X ZA1E Fragile X syndrome

30 | AT H I AUE Gangliosidosis

31 | Bl N Wi Gastroenteropancreatic neuroendocrine
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neoplasm

32 | BElEl B Gastrointestinal stromal tumor

33 | R E AL B E Generalized pustular psoriasis

34 | EAEME TR F IR aE R E Genetic hypoparathyroidism

35 | EAAEE kR Giant cell arteritis

36 | BEEME Giant cell tumor of bone

37 | m/MRTEAE Glanzmann thrombasthenia

38 | BB 4 LB Glioblastoma

39 | B AR Gorlin syndrome

40 | LRRME VT R R Hidradenitis suppurativa

41 | BEE Hutchinson-Gilford progeria syndrome

42 | RN B B Inflammatory myofibroblastic tumor

43 | Leber & A1 B8 Leber congenital amaurosis

44 | Lennox-Gastaut % &-1E Lennox-Gastaut syndrome

45 | AR TH M ZE Limbal stem cell deficiency

46 | T E#H Malignant hyperthermia

47 | MR A K e Malignant pleural mesothelioma

48 | BEBEE Melanoma

49 | REEMERERTE Metachromatic leukodystrophy

50 | BEFESZ RPN Monogenic non-syndromic obesity

51 | 2 RN B RER Multiple endocrine neoplasia

52 | RAEIEEEE Narcolepsy

53 | MEEHE Neuroblastoma

54 | AL KA Neurofibromatosis

55 | 4 T A e Al FURARUE Neuronal ceroid lipofuscinosis

56 | WAEHRMEAER Neurotrophic keratitis

57 | BAE Osteosarcoma

58 | KA Pemphigus

59 | B LA RS E Persistent pulmonary hypertension of the
newborn

60 | “EH# 4 M B Pheochromocytoma

61 | PIK3CA I xiTE A K% A1 PIK3CA related overgrowth syndrome

62 | FLELT A % f Polycythaemia vera

63 | BRI A Primary biliary cholangitis

64 | RAMAEKH 5’% @% ZE Primary growth hormone deficiency

65 | RAMRSEFAKET-1 842 Primary IGF1 deficiency
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66 | BRI SR BTG Primary immunodeficiency

67 | EREBEHMAEMN Primary myelofibrosis

68 | BA BN E R Primary sclerosing cholangitis

69 | AT M LT 40 8] UM B R Progressive fibrosing interstitial lung disease
70 | EAESER Recurrent pericarditis

71 | B LA Retinopathy of prematurity

72 | Rett % & 1E Rett syndrome

3| EME A Short bowel syndrome

74 | AFAYFRAEXTR Systemic juvenile idiopathic arthritis
5 | ARERARAEME L E Systemic mastocytosis

76 | KRR/ Z KRB FRR Takayasu arteritis

77 | R s e R R R R T'enosynovial giant‘ (?ell tumor/Pigmented
villonodular synovitis

78 | HEESAm (EAD Thalassemia major

79 | AR /N AR R D M R R Thrombotic thrombocytopenic purpura

80 | HERREEZGEMFERE Transthyretin amyloidosis

81 | Fb R AL T AT 2 B M 5 AE Tur.nor. necrosis factor receptor associated
periodic syndrome

82 | MBAE X BN Tumor-induced osteomalacia

83 | Von Hippel-Lindau 4 &-E Von Hippel-Lindau syndrome

84 | i B I M ARINA Von Willebrand disease type3

85 | 42 B IE & e/ B 2 4 R Waldenstrom macr'oglobulinemia/
Lymphoplasmacytic lymphoma

86 | West ZZ A 1E/ B JLEZE L A1E West syndrome/Infantile spasms syndrome




