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EE R B AR AR A
PR ARG
Frik R E PEIRHE LB 2H
1 | KRB FRIE Phenylketonuria PAH
Tetrahydrobiopterin (BH4)-deficient
2 & LIRS ER = A , . pPTS
hyperphenylalaninemia (HPA)
3 | EREBRImAE I B Tyrosinemia Type I FAH
4 | tEHERE 1A B Maple Syrup Urine Disease Type 1A BCKDHA
5 | #E#EKE 1B B Maple Syrup Urine Disease Type 1B BCKDHB
6 | MEHERE 3 A Maple Syrup Urine Disease Type 3 DLD
7 | FEARZEME Mut & MUT-Related Methylmalonic Acidemia MUt
8 | FEARHEMSE cblA 2 MMAA-Related Methylmalonic Acidemia MMAA
9 | FEARZMEMSE cblB & MMAB-Related Methylmalonic Acidemia MMAB
10 ERETA & [AE f B 82 ¢ B S B [ AE Methylmalonic Aciduria and Homocystinuria MMACHC
cblC #Y CbIC type
11 ERETA & [AE f B 82 ¢ B S B [ AE Methylmalonic Aciduria and Homocystinuria MIMADHC
cblD #Y CblID type
12 | PFER_KEMEE A EBIBHMZAE | MCEE-Related Methylmalonic Acidemia MCEE
13 | AZEEMmYE I 2 Glutaric AcidemiaI GCDH
14 | BRERER la B Glycogen Storage Disease Type la G6PC
15 | BRESER b & Glycogen Storage Disease Type Ib/Ic SLC37A4
16 | BREER I & Glycogen Storage Disease Type II GAA
17 | *¥FEME Galactosemia GALT
18 | ZHERTIEE 1A B Mucopolysaccharidosis Type IIIA SGSH
19 | A HEITIEAE B 2 MPS type IIIB NAGLU
20 | Niemann-Pick 7% A Z! Niemann-Pick Disease Type A/B SMPD1
21 | Niemann-Pick #& B #! Niemann-Pick Disease Type A/B SMPD1
22 | Niemann-Pick %% C1 ZY Niemann-Pick Disease Type C1 NPCI
23 | Niemann-Pick J& C2 ZY Niemann-Pick Disease Type C2 NPC2
24 | Fabry %& Fabry Disease GLA
. Metachromatic Leukodystrophy due to
25 [ ERMBRBEEEAR ARSA
Arylsulfatase A
26 | Smith-Lemli-Opitz #R&1E Smith-Lemli-Opitz syndrome DHCR7
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. _ Acyl-CoA Dehydrogenase Deficiency,Medium-
27 | PEREMERE A REEHRZAE . ACADM
Chain
. Acyl-CoA Dehydrogenase Deficiency,Very Long-
28 | MREMEEME A REBBRZIE . ACADVL
Chain
29 | FOEMEEERE A REEHRZE Acyl-CoA Dehydrogenase Deficiency,Short-Chain | ACADS
30 | RERSMGENERRAE Aspartylglucosaminuria AGA
31 SEaRME-sSaME-EENAERK | Hyperornithinemia-Hyperammonemia- SICo5A1S
fE Homocitrullinuria Syndrome
32 | a-HEEEITEE Alpha-Mannosidosis MANZB1
33 | BEEMRBEAMSAE Hereditary Fructose Intolerance ALDOB
34 | Tay-Sachs 7@ Tay-Sachs Disease HEXA
35 | ETUHBEAMINEEAR Duchenne Muscular Dystrophy DMD
36 | BREMNAZEMEAE Spinal Muscular Atrophy SMN1
37 | e igEt Wilson Disease ATP7B
38 | X EH#HPRZAE X-Linked Centronuclear Myopathy MTMI
39 | MAERTERIEW®EIEE 1 B Neuronal Ceroid-Lipofuscinoses 1 PPT1
40 | WERTEIRERBEINEE 2 B Neuronal Ceroid-Lipofuscinoses 2 TPP1
41 | MR TERERBEIEE 3 B Neuronal Ceroid-Lipofuscinoses 3 CLN3
42 | METEIRERBEINEE 4A & Neuronal Ceroid-Lipofuscinoses 4A CLN6
43 | WETEIRAEBBEIEIE 5 B Neuronal Ceroid-Lipofuscinoses 5 CLN5
44 | WETEIREBBEIEE 6 B Neuronal Ceroid-Lipofuscinoses 6 CLN6
45 | WETEIRAERBEIEE 7 B Neuronal Ceroid-Lipofuscinoses 7 MFSD8
46 | Joubert #ZR&E1E 2 B Joubert Syndrome 2 TMEMZ216
47 | Joubert #ZR&E1E 3 & Joubert Syndrome 3 AHI1
48 | Joubert #Z&E1E 5 & Joubert Syndrome 5 CEP290
49 | Joubert #ZRE1E 6 B Joubert Syndrome 6 TMEM67
50 | Joubert #&1E 9 B Joubert Syndrome 9 CC2D2A
61 EEMEES M B MRS HHIKNIZEE | Hereditary Motor and Sensory Neuropathy with 1246
BAZE Agenesis of the Corpus Callosum
- BREREEMHESDIHRERREEZYE | Autosomal Recessive Spastic Ataxia of cacs
HE R Charlevoix-Saguenay
53 | RGBT EEKH Familial Dysautonomia IKBKAP
54 |IREERA(LH 1 8 Oculocutaneous Albinism Type 1 TYR
55 | IREER{b®E 2 & Oculocutaneous Albinism Type 2 OCA2
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56 | RERLR 3 & Oculocutaneous Albinism Type 3 TYRPI
57 | REERtRE 4 & Oculocutaneous Albinism Type 4 SLC45A2
58 | IREERIL®E 6 & Oculocutaneous Albinism Type 6 SLC24A5
59 | IREERLRE 7 & Oculocutaneous Albinism Type 7 Cl0orfil
60 | X EHEBEERALR X-Linked Ocular Albinism GPR143
61 | Hermansky-Pudlak #=&%E 1 %2 Hermansky-Pudlak Syndrome 1 HPS1
62 | Hermansky-Pudlak #%&%E 3 2 Hermansky-Pudlak Syndrome 3 HPS3
63 | o-ihiEEM Alpha-thalassemia HBA1, HBAZ
64 | B-HcIBEIM Beta-thalassemia HBB
65 | LEIMK&R Hemophilia B F9
66 | Fanconi &Il - G##F A Fanconi anemia, complementation group A FANCA
67 | Fanconi &Il - G##F C Fanconi anemia, complementation group C FANCC
68 | SINAIEM B MAE Sickle Cell Anemia HBB
69 | BEREREBMER 1A & Autosomal Recessive Deafness 1A GJB2
20 | mnenEnEs 4 5@ Autc?somal Recessive Deafness 4, with Enlarged S1Co6Ad
Vestibular Aqueduct

71 | BReRRuEE 23 3 Autosomal Recessive Deafness 23 PCDH15
72 | EReRREUER 4 3 Usher Syndrome Type 1F PCDH15
73 | EReRRUER 4 & Usher Syndrome Type 3A CLRNI
74 ;527;?:&ﬂﬁﬂﬂéﬂiﬂ@'fi}%Eéﬁé‘é’%HﬂH@i%TIE Hemophagocytic lymphobhistiocytosis, familial, 2 | PRFI
75 S AR Hemophagocytic lymphohistiocytosis, familial, 3

38 UNC13D
76 fﬁg’i'mﬁﬂmﬁm@'r&tiﬁE%ﬁéﬁf%ﬂiﬁ@i‘%ﬁ%ﬁ Hemophagocytic lymphohistiocytosis, familial, 4 | S7X71
77 ?Z'Eﬂﬁﬂﬂ%ﬂiﬁ@'f&iﬁE%ﬁ%ﬁf%ﬂiﬁ@i‘%ﬁ%ﬁ Hemophagocytic lymphohistiocytosis, familial, 5 | STXBP2
78 | X EHEEMS REHRE X-Linked Severe Combined Immunodeficiency IL2RG
79 | X BEHEHEXRUE FIREBAE X-Linked Adrenal Hypoplasia Congenita NROB1
80 | HEAMRAEELT Androgen Insensitivity Syndrome AR
8l |BEMERBRMHRZE 2 B Combined pituitary hormone deficiency 2 PROPI
82 | BheERRUZTEER Autosomal Recessive Polycystic Kidney Disease PKHDI
83 mARSIE 1 BY Nephrotic syndrome, type 1 NPHS1
84 | BEFMm 11 & Nephronophthisis 11 TMEM67
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85 | BRIt E Nephropathic Cystinosis CTNS
o . Progressive Familial Intrahepatic Cholestasis:

86 | ETUXBMFAR NS 2 & ABCB11
Type 2

87 | UM Cystic Fibrosis CFTR

88 | Meckel #ZR&1E 2 B Meckel Syndrome 2 TMEMZ216

89 | Meckel ##=&1E 3 B Meckel Syndrome 3 TMEM67

90 | Meckel ##=&1E 4 B Meckel Syndrome 4 CEP290

91 | CC2D2A #HEAM COACH #Ra1E CC2D2A-Related COACH Syndrome CC2D2A

92 | TMEM67 #HRE8™M COACH #RE1E TMEM67-Related COACH Syndrome TMEM67

93 | Bloom ##&1E Bloom syndrome BILM

94 | Bjornstad #R&1E Bjornstad Syndrome BCSIL

95 | GRACILE #R&1E GRACILE Syndrome BCSI1L

96 | Sjogren-Larsson #R&ETE Sjogren-Larsson syndrome ALDH3AZ

97 | mamman 3 ey 1 B Mitochondrial Complex III Deficiency Nuclear BCS1)
Typel

98 | X EHIMTHIMEREAR X-Linked Hypohidrotic Ectodermal Dysplasia EDA

99 | Canavan % Canavan Disease ASPA

100 | Ellis-van Creveld #R&1iE Ellis-van Creveld Syndrome EVC2

101 | Bt X 4R aiE Fragile X Sydrome FMR1
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