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FHESWENFRAN (EZE 2019 FFK)
EREREHE

1 10926 Microdeletion Syndrome

2 11q Jacobsen Syndrome (it Sk AEfREE)

3 14q

4 16q11.2-22.2

5  18g21.2x3

6 1p36 Deletion Syndrome

7 1944 Deletion Syndrome

8 220911.2 Distal Deletion Syndrome

9 22013.33 Microdeletion Syndrome

10  Achondroplasia (BiB BT 2IE)

11 Acromegaly (FimHEAAE)

12 Albinism (B1{t¥®)

13  Alstrom Syndrome (Alstrom ECEEf&EE)

14 Angelman Syndrome (X{E4R&%E)

15  Anhidrotic Ectodermal Dysplasia (RiRMEIEEEE T RAE)

16 Anti-NMDA Encephalitis (BB % ZEMREA)

17 Apert Syndrome (ZE{HECIE)

18 Aplastic Anemia (BEFREMEM)

19  Aromatic L-amino Acid Decarboxylase Deficiency (F&i& L- e E B8R EBEH = iF)
20  Atypical Hemolytic Uremic Syndrome (3FBRE! {4 FRE A MAEIREE)
21  Behcet's Disease (BE4FKIE)

22  Bilateral Perisylvian Polymicrogyria (28| E#CHEEZ /) KEBE)
23 Burning Mouth Syndrome (ABEHIEEIRES)

24  Cardiofaciocutaneous Syndrome (CFC #R&¥E)

25  Charcot Marie Tooth Disease (GE{TIEMEM B ZELEIE)

26 Cockayne Syndrome (SR KEEREE)

27  Collagen XIl Myopathy (BRBREBZE 12 EESIZNARE)

28  Cone-rod Dystrophy (REHEEERR)

29  Congenital Glaucoma (XM BHR)

30 Costello Syndrome (FEHfiE/&KE 4T B EHPEIE)

31  Cri Du Chat/Chromosome 5p Deletion Syndrome (5#5%%E )

32  Crohn's Disease (mF2EIE)

33 CTNNB1 Syndrome (CTNNB1 #Z&%E)

34  Cushing's Syndrome (EfXEKIEIREE)

35 DDx3x (DDx3x EFEzZEH)

36  DiGeorge Syndrome (EEAIEREE)

37 DNM1-L

38  Duchenne Muscular Dystrophy (8K LR %T\ RIiE)

39  Eosinophilic Granulomatosis with Polyangiitis GBS+ RZFEME X)
40  Fabry Disease CGEMIGEKIE)

41  Facioscapulohumeral Muscular Dystrophy (EEMLEPEET BIE)
42  Familial Amyloid Polyneuropathy (SRIEIEBEMD R Y2 3 RE)
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44
45
46
46.1
47
48
49
50
51
52
53
54
55
56
57
58
59
60
61
62
63
64
65
66
67
68
69
70
71
72
73
74
75
76
77
78
79
80
81
81.1
82
83
84
85

Fibrodysplasia Ossificans Progressiva GE{TEA S {LEE)
GRIN 1 (Glutamate Receptor, lonotropic, N-Methyl D-Aspartate 1)
Guillain-Barré Syndrome (#&# - BRI4R&1E)

Glycogen Storage Disease (FFEEf#SIE)

Glycogen Storage Disease -Type 6 (JFEEf#IEAESE 6 &)
Hemolytic-uremic Syndrome (BIMRS45SIE)
Hereditary Angiodema (GE{E 4 ME MKIE)

Hereditary Spastic Paraplegia (GEEMESM4 T 5 i)
Huntington's Disease (%] HHEEIFIE )

Ichthyosis (B8R

Idiopathic Intracranial Hypertension (453 {4+ gEREES)
Idiopathic Pulmonary Fibrosis (43 2% 14 fh 441t )
lgG4-related Disease (IgG4 HHEE & FR)

Insulin Antibody (FREZEEE)

Invdupdel (8p)

Kallmann Syndrome (FEEK4&ZSIE)

KCNQ2

Kennedy Disease (HBiHEKIE)

Klippel-Trénaunay Syndrome (KB BIRAGZSIE)
Langerhans Cell Histiocytosis (B#&ZE 41 B4R 48 BR 18 4 fF )
Larsen Syndrome (SEH - SE R 4B AEREF)

Leopard Syndrome (Leopard iE{ZE})

Lipid Storage Myopathy (JE&E ni&HARE)

Maple Syrup Urine Disease (HE¥EFRAE)

Medulloblastoma (BESH4ARETE)

Methylmalonic Acidemia (FRER ZBI1fE)

Mitochondrial Disease ( %?Jluﬁgf_)

Motor Neuron Disease (EE)#LET

Mowat-Wilson Syndrome

Mucopolysaccharidoses Type 2 (FhZRIES 2 )
Mucopolysaccharidoses Type 3 (ZhZERIES 3 &)
Mucopolysaccharidoses Type 4A (FEZHEIESE 4A L)
Mucopolysaccharidoses Type 6 (FhZHEiESE 6 )

Multiple Epiphyseal Dysplasia (Z# 4 EHEETE)
Multiple Pituitary Hormone Deficiency Anterior Pituitary Hypoplasia (f& T E#ZE1Z)
Multiple Sclerosis (ZEEE{LIE)

Multiple System Strophy-Pakinsonian Subtype (ZERZ#E(LIE - FFHED £ HIE)
Myasthenia Gravis (EENE DIE)

Nemaline Myopathy (1£AREENLEIEE)

Neurofibromatosis (R4S 45 )

Neurofibromatosis type | (FR4&E4E#4EESE 1 )
Neuromyelitis Optica Spectrum Disorder GZIRMHEA L)
Nicolaides-Baraitser Syndrome

NINA Uveitis (B&EEL)

Paroxysmal Nocturnal Hemoglobinuria (& 2% 475 & MM AT 22 FRAE )
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111
112
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Pathogenic Variant GSD 9A

Peutz-Jeghers Syndrome (25 S PEREE)
Phakomatosis Pigmentovacularis (&ZME 4 & IE)
Phenylketonuria (FAERFREE)

Pompe Disease (fEEKIE )

Prader-Willi Syndrome (/)" B FIJE )

Primary Ciliary Dyskinesia (%Xt #EEEIEMH)
Primary Immunodeficiency (/&2 & & EkPERH)

Primary Pulmonary Arterial Hypertension (FHEhik s E )
Progressive Pseudorheumatoid Dysplasia GETMHEBEMEERZEEEETR)
Propionic Acidemia (7 MM¥E)

Pulmonary Alveolar Proteinosis (Fi/EZE Q& NEE)
Retinitis Pigmentosa (1RAEEERE)

Rett Syndrome (F43EKIE)

Rhabdomyosarcoma (&£ ILAE)

Rubinstein-Tabyi Syndrome (Rubinstein-Tabyi FCIE{Z#F)
Russell-Silver Syndrome (&% - T 3B iE)

Schaaf-Yang Syndrome (Schaaf-Yang & fiE)
Scleroderma/Linear Scleroderma (F FZiE / 4R 1458 K7 4E)
SCNB8A

Skeletal Dysplasia (BE%BEEE)

Smith-Magenis Syndrome (£ ZEf - EERKFESIE)
Spastic Paraplegia (E{EMHREE 4 T R ffE)

Spinal Muscular Atrophy (E8ENPYZE4E1E)
Spinalcerebellar Ataxia (/NISZE45IE)

Spinalcerebellar Ataxia Type 3 (“NISZE#EiESE 3 )
Spondyloepiphyseal Dysplasia Congenita (EXMEBEHBREETE)
Succinic Semialdehyde Dehydrogenase Deficiency (SSADH &= JE)
Supernumerary Chromosome 8

Takayasu Arteritis (SZKIE)

Tuberous Sclerosis Complex (#&EI14E#E{LIE)

Usher Syndrome (LEKLZFEE)

Visceral Myopathy & Visceral Neuropathy

Waardenburg Syndrome (R E{HZE K EREL)
Walker-Warburg Syndrome

Wells Syndrome

West Syndrome-Infantile Spasms (E K fEIFEE)

Williams Syndrome (EBREKEIFEE)

Wilson's Disease (E K IE)

Wolfram Syndrome (Wolfram K iEEEE)

Xeroderma Pigmentosum (ZE @482 57 5E )

X-linked Agammagluolinmia (X- EEEAEERE [ MH)
X-linked Hypophosphatemic Rickets ({4 B35 {88 FU {14 B4 1A {2E)
X-linked Retinoschisis

X-linked Thrombocytopenia
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