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BEER Diseases
1 | EHEBER ( FEREEN) Wilson Disease ATP7B
2 | RBEMERBERZIE Primary Carnitine Deficiency SLC22A5
3 | RRERFRIE Phenylketonuria PAH
4 OEREYIRQTAZE AR Hyperphenylalaninemia, BH4-deficient, A PTS
5 | BERTEEIME Mut B MUT-Related Methylmalonic Acidemia MMUT
6 FERITEEIME cblA® MMAA-Related Methylmalonic Acidemia MMAA
7 | BERITEEIMSE cblB & MMAB-Related Methylmalonic Acidemia MMAB
REA_BIEFRREEMELME Methylmalonic Aciduria and Homocystinuria,
8 , MMACHC
cblC &Y cblC Type
RERA_BMESREFEMEEEME Methylmalonic Aciduria and Homocystinuria,
9 , MMADHC
cblD & cblD Type
EIZ B PRAEH E 44 AR & i Homocystinuria-megaloblastic anemia,
10 , MTRR
cblE B! cblE Type
EMREBRIEFEAIAAME L cblG | Homocystinuria-Megaloblastic Anemia
L1l MTR
il cblG Type
12 T‘gﬁ_ﬁﬁﬂﬁﬁﬁﬁﬂ A EFIRMISH MCEE-Related Methylmalonic Acidemia MCEE
ZfE
13 BERE B SRS i SRR Homocystinuria Dggto Cystathionine CBS
Beta-Synthase Deficiency
14 | JXZEEMfE | BY Glutaric Acidemia | GCDH
15 | [RZEAMfE IIA B Glutaric Acidemia lIA ETFA
16 | [X—EAM%E 1B B Glutaric Acidemia 1IB ETFB
17 | [XZEEIE IIC B Glutaric Acidemia IIC ETFDH
18 | hSERELEAES A B ESERS AcyleoA Dehydrogenase Deficiency, ACADM
Medium-Chain
19 | ISR EEAES A IO SAEEAS Acyl-CoA l?ehydrogenase Deficiency, ACADS
Short-Chain
20 | IBESIERES A SIS Acyl-CoA DehyFIrogenase Deficiency, ACADVL
Very Long-Chain
3 3- FEESHE#ERB(EE RIS 3-Methylcrotonyl-CoA Carboxylase 1 MCCC1
=18 Deficiency
- 3- FRESHEHERB(CEERIRZE 3-Methylcrotonyl-CoA Carboxylase 2 MCCC2
Fa2H Deficiency
23 | \EEEIMmE 13 Citrullinemia ASS1
24 | RXEEIMIE Isovaleric Acidemia IVD
25  ARLIIE Propionicacidemia PCCA, PCCB
26  HREIRRRERE laf Glycogen Storage Disease Type la G6PC
21 RRERRE bR Glycogen Storage Disease Type Ib SLC37A4
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28 | HERRER Ic B Glycogen Storage Disease Type Ic SLC37A4
29 HERRERIE Glycogen Storage Disease Type Il GAA
30 | RBRRRRIVE Glycogen Storage Disease Type IV GBE1
31 | Niemann-Pick 75 A B¢ Niemann-Pick Disease Type A SMPD1
32 | Niemann-Pick j& B B! Niemann-Pick Disease Type B SMPD1
33 | Niemann-Pick & C1 & Niemann-Pick Disease Type C1 NPC1
34 | Niemann-Pick 5% C2 ! Niemann-Pick Disease Type C2 NPC2
35 | #ErEARTE 1A B Maple Syrup Urine Disease Type 1A BCKDHA
36 | HENEPRE 1B 2L Maple Syrup Urine Disease Type 1B BCKDHB
37 | MENEPRE 2 B Maple Syrup Urine Disease Type 2 DBT
38 | MEERRR 3 B Maple Syrup Urine Disease Type 3 DLD
39  MEBHERES—I Hurler Syndrome IDUA
40 | B - i3 EKIE Hurler-Scheie Syndrome IDUA
41 | RBEERTRRES VE Mucopolysaccharidosis Type V IDUA
42 | RZHEERTAALE | B Mucopolysaccharidosis |I IDS
43 | FSEEITRAIE A BY Mucopolysaccharidosis Type llIA SGSH
44 | FHZEEITHRIE 1B BY Mucopolysaccharidosis Type I1IB NAGLU
45 | RMZMEITRAE IIIC B Mucopolysaccharidosis Type llIC HGSNAT
46 | RZMEITARAE 111D B Mucopolysaccharidosis Type I1ID GNS
47 | RHZEEETARIE IVA B Mucopolysaccharidosis Type IVA GALNS
48 | RhZEERTARE IVB B Mucopolysaccharidosis Type IVB GLB1
49 MLEERTEIE VIE Mucopolysaccharidosis Type VI ARSB
50 BRREEIMMGE 1 BY Tyrosinemia Type 1 FAH
51 | JEfimECE Fabry Disease GLA
52 | EMIRBETAZRE Biotinidase Deficiency BTD
53 | 2SS ISR ZIE Holocarboxylase Synthetase Deficiency HLCS
o B RREEME - SR MIE - S/AKE  Hyperornithinemia-Hyperammonemia- o
M FEFEREE Homocitrullinuria Syndrome
55 | EEEEEE AR 1 S gzzilz?:q(xlphosphate Synthetase | CPS1
56 SaMaFRRERERZIE Ornithine Transcarbamylase Deficiency Gllke
57 | RIS RIE Argininosuccinic Aciduria ASL
58 | HEELM® Glycine Encephalopathy AMT,GLDC
- 3- é?;% -3- RETL " FREHES A SRR 3—qu roxy-3-Methylglutaryl-CoA Synthase 2 e
2 TRZIE Deficiency
60 SERMMBE(LRE 1la B Congenital Disorders of Glycosylation la PMM?2
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BEER Diseases
61 | BEAL SRR A B S 1A B Peroxisome Biogenesis Disorder 1A PEX1
(Zellweger)
62 IRABMASREREIE Krabbe Disease GALC
63 | KiFMt=BRERME 2 8 Familial Hyperinsulinemic Hypoglycemia 2 KCNJ11
64 REMERSRME 4 & Familial Hyperinsulinemic Hypoglycemia 4 HADH
65 | 52 R ERABERRESIE Hypophosphatasia, infantile ALPL
66 @ SEERRBEAEEESE Hypophosphatasia, childhood ALPL
67 | BAMSEESERE Metachromatic Leukodystrophy due to ARSA
Arylsulfatase A
68 | FFLAEIMEE Galactosemia GALT
69 | a- HEBWEEATIRAE Alpha-Mannosidosis MAN2B1
70 | B- BAbRES TR ZGE Beta-Ketothiolase Deficiency ACAT1
1 | IRERI[AMBRZIE Adenosine Deaminase Deficiency ADA
= . . ABCGS5,
72 | REREMAE Sitosterolemia e
73 | SHEAFEAZEA R Molybdenum Cofactor Deficiency A MOCS1
74 | EEMEREAMZE Hereditary Fructose Intolerance ALDOB
75 | BESRETE Tay-Sachs Disease HEXA
76 | Smith-Lemli-Opitz fEf&E% Smith-Lemli-Opitz syndrome DHCRT
77 | ME KA RZELEE Duchenne Muscular Dystrophy DMD
78 | BREMNREEE Spinal Muscular Atrophy SMN1
79 | IEWEREE 2 BY Joubert Syndrome 2 TMEM216
80 | EEMAEEAF 3B Joubert Syndrome 3 AHI1
81 | ZnEFIfE(REE 5 A Joubert Syndrome 5 CEP290
82 IBEREERf 6 &Y Joubert Syndrome 6 TMEM67
83 | IMBMEREF R Joubert Syndrome 9 CC2D2A
84 | IHBEFEREEF 17 & Joubert Syndrome 17 CPLANE1
85 | X ESHAPRIZANE X-Linked Centronuclear Myopathy MTM1
86 | fRATTIEMAEREIAE 1 & Neuronal Ceroid-Lipofuscinoses 1 PPT1
87 | TR E INAEE 2 BY Neuronal Ceroid-Lipofuscinoses 2 TPP1
88 | AR TTIERAEREEINTEIE 3 B Neuronal Ceroid-Lipofuscinoses 3 CLN3
89 | MRARITIEMRAEEEINIRIE 4A B Neuronal Ceroid-Lipofuscinoses 4A CLN6
90 | A TTIERAEEE NARE 5 &Y Neuronal Ceroid-Lipofuscinoses 5 CLN5
91 | fRASTTIEMRAEREIRIE 6 &Y Neuronal Ceroid-Lipofuscinoses 6 CLN6
92 | MR TTIEMAEREIRE 7 & Neuronal Ceroid-Lipofuscinoses 7 MFSD8
93 MEFEANEEIR2AE Limb-Girdle Muscular Dystrophy Type 2A CAPN3
% BFEREEEFAR 2BE Limb-Girdle Muscular Dystrophy Type 2B DYSF
Updated on Mar 2026 www.healthgene.com.hk 7
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%5 | KBRS EAR 2CE Limb-Girdle Muscular Dystrophy Type 2C SGCG
% | RFERAEEARAR 2D 8 Limb-Girdle Muscular Dystrophy Type 2D SGCA
- EMEREEErfRHRE TEE Megaleqcephalic Leukoencephalopathy with e
1 2 Subcortical Cysts 1
98 | RANETR Canavan Disease ASPA
9 | BHREREMSEME 1R Autosomal Recessive Osteopetrosis 1 TCIRG1
100  ERESRZASRMLAE 1 B Oculocutaneous Albinism Type 1 TYR
101 ERESRZERMLAE2 B Oculocutaneous Albinism Type 2 OCA2
102  ERESRZFERMLAE 3 & Oculocutaneous Albinism Type 3 TYRP1
103 | BRESFZERMLIEE 4 2 Oculocutaneous Albinism Type 4 SLC45A2
104 BRESFZRE A{LEE 6 Y Oculocutaneous Albinism Type 6 SLC24A5
105 |ERESRZAERMLAE 7 B Oculocutaneous Albinism Type 7 LRMDA
106 X EHEERERR X-Linked Ocular Albinism GPR143
107 | Hermansky-Pudlak 4= &E 1 8 Hermansky-Pudlak Syndrome 1 HPS1
108 ' Hermansky-Pudlak 4= &4E 3 B Hermansky-Pudlak Syndrome 3 HPS3
109 | BRemREEEEaERE 1A Autosomal Recessive Congenital Ichthyosis 1 TGM1
110 | 857 g B e A 4A B ﬁxtosomal Recessive Congenital Ichthyosis ABCALD
D11 | g B e A 4B ,:;tosomal Recessive Congenital Ichthyosis ABCALD
112 | FEMEARIR A S Netherton Syndrome SPINK5
113 | Sjogren-Larsson 4R &1 Sjogren-Larsson Syndrome ALDH3A2
114 EARRSARKIE (LAMA3 F8RT ) Iéﬁltlllcl)\:a—Related Junctional Epidermolysis LAMA3
115 | iEa R RARKIEE (LAMB3 48R0 ) IéﬁlilllfiRelated Junctional Epidermolysis LAMB3
116 | AR RARKIE (LAMC2 48R ) Eﬁll\ff;Related Junctional Epidermolysis LAMC?
117 | 3 Herlitz B RAV SIS R SRR AE gj{l‘::aer“tz R "IN ERISRIIRE. | o1 1741
118 | EBEFRMAMMREFRE Autosomal Recessive Epidermolysis Bullosa TR
(COL7AL %8R )
119 | RIMEAF IX R ZfE ( ZEMAR ) Dystrophica F9
120 | BREUMASE M Hemophilia B HBA1,HBA2
121 | B- #ishiBE M Alpha-thalassemia HBB
122 | SERARRE 4 B M iE Beta-thalassemia HBB
123  #HrJeBMEfHEE A Sickle Cell Anemia FANCA
124 #Er]EEMBE#HEF C Fanconi anemia, Complementation group A FANCA
Updated on Mar 2026 www.healthgene.com.hk 8
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125 | €Br]fe&ME ##8% D2 Fanconi anemia, Complementation group D2/ FANCD2
126 #RIEEME##EE G Fanconi anemia, Complementation group G FANCG
127 | #BrIEAEME ¥ | Fanconi Anemia, Complementation Group | FANCI
128 BEREMERE 2 Hem.o.phagocytlc lymphohistiocytosis, PRF1
Familial, 2
129 | BEEEMERE 3 Hem'o_phagocytlc lymphohistiocytosis, UNC13D
Familial, 3
130 BEREMERE 4 Hem.o_phagocytlc lymphohistiocytosis, STX11
Familial, 4
131 | BE R MERES Hem.o.phagocytlc lymphohistiocytosis, STXBP2
Familial, 5
132 Omenn 48 1E Omenn Syndrome RAG1, RAG2
=nii £ 1 )| 1 f44 2ol . —
133 fx@ﬁﬁﬁ%ﬁiiﬂ%m%ﬁﬂﬁaﬁ B/ Severe complned Immunodeficiency, RAGL, RAG2
iliali=de B cell-negative
134 | X ESHEEH A R XLinked Severe Combined IL2RG
Immunodeficiency
135 | X EHARME LIREEAE X-Linked Adrenal Hypoplasia Congenita NROB1
e . Progressive Familial Intrahepatic Cholestasis
136 | ETMREMEFRMRTHEE 2 3 %) ABCB11
. — Progressive Familial Intrahepatic Cholestasis
137 | ETHEREMEFARTEEE 3 & 3 ABCB4
138 | EITMRI PP S 4 B Zrogressive Familial Intrahepatic Cholestasis P2
e ! COL4A3,
139 | E3{HER4RAEIE (COL4A3 #8RE ) Alport Syndrome 2, Autosomal Recessive COL4A4
140  BiR4RSAE (NPHS1 #8RE ) Nephrotic Syndrome, Type 1 NPHS1
141 BEUEE3IE Nephronophthisis 3 NPHP3
142 BEABE11E Nephronophthisis 11 TMEM67
143 | BRIt EELE Nephropathic Cystinosis CTNS
144  THEMME Cystic Fibrosis CFTR
145 EZREREEEE 1IAR Autosomal Recessive Deafness 1A GJB2
. Autosomal Recessive Deafness 4
=S ih = | == 1 )
146 =R E RS 4 with Enlarged Vestibular Aqueduct SLC26A4
147 | RRIATEIREE Wolfram Syndrome 1 WFS1
148 | Ellis-van Creveld 42 &¥E Ellis-van Creveld Syndrome EVC,EVC2
149 BHERRE - REKBERBGSIE Osteoporosis-pseudoglioma Syndrome LRP5
150 RIBERIE - BEHARABE - @R ES Immunodeficiency-centromeric Instability- ST
HiE 18 facial Anomalies Syndrome 1
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151 | Meckel 4&=&4E 2 B Meckel Syndrome 2 TMEM216
152 | Meckel 4Z&E3 & Meckel Syndrome 3 TMEM67
153 | Meckel & 9E 4 B Meckel Syndrome 4 CEP290
154 X @O THIINRERERR X-Linked Hypohidrotic Ectodermal Dysplasia EDA
—— TMEM67,
155 | COACH #5&1E COACH Syndrome e
156 | AFikBEANSS 2 BY Nemaline Myopathy 2 NEB
157 | REFRE B RIE Aspartylglucosaminuria AGA
158  ZEMEHE (PKHD1 48R ) Polycystic Kidney Disease PKHD1
159 | IR B R KFERRE Familial Dysautonomia ELP1
160 | FRRAZELFS(CLERERZIE Tyrosine Hydroxylase Deficiency TH
161 | HEKAMEMRMEHRRE Ataxia-telangiectasia ATM
162 ol MRERERZE Alpha-1 Antitrypsin Deficiency SERPINA1
163 | iIE{E M= ERE 11 3 Spastic Paraplegia 11, Autosomal Recessive SPG11
164 *HEBEGSE Bloom Syndrome BLM
165 | iR ABER Familial Mediterranean Fever MEFV
166 HITSERE Gitelman Syndrome SLC12A3
167 | FILABEBEAZIE Galactokinase Deficiency GALK1
168  ALAEEHATRRAE 4 B Mucolipidosis IV MCOLN1
169 %?ﬂiﬁﬁﬁn*@%ﬁ@%?ﬂiﬁ Glu'cc')se—G-phosphate dehydrogenase ok
(BIE) deficiency
170 | t5RFERBTRZ AE Argininemia ARG1
171 | R 3- KHEHHES A REMSRE Long>Chain 3-HyCOR AN HADHA
Dehydrogenase Deficiency
o _ L L HADHA,
172 | =DhReBEBRZE Trifunctional Protein Deficiency B
173 | Ml X 4RSI Fragile X Sydrome FMR1
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