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No. E2E R BB (EN) BIR S (P) wEE (SOFIVA) (Baylor) (Baylor)
1 CFTR Cystic fibrosis BIEWGE lin 25 [ ° ()
2 FMR1 Fragile X syndrome XeRehftifiE 1in 250 o ©] ®
3 HBA1 Alpha-thalassemia Sakith= 23 =il lin 25 [ ° ()
4 HBA2 Alpha-thalassemia Sakith= 23 =il lin 25 [ ° ()
5 HBB Beta hemoglobinopathies B Em 1lin129 ® L] ®
6 SMN1/SMN2 Spinal muscular atrophy HREENMNERE lin 54 ® ® ®
7 ABCC8 Familial hyperinsulinism, ABCC8-related ABCCSEFHBERGMRERBBIAE 1lin112 ° ()
8 ABCD1 Adrenoleukodystrophy, X-linked HEHEEE FIRMEEREE 1in 10500 ® ®
9 ACADM Medium chain acyl-CoA dehydrogenase deficiency — PiEEREESAL S ESH Z I lin 354 L] ®
10 ACADVL  Very long-chain acyl-CoA dehydrogenase deficiency 1BREEEHIBALSEHRZE 1in 86 L] ®
11 ADA Adenosine deaminase deficiency IRE RSB ERZ A lin224 L] ®
12 ADAMTS2  Ehlers-Danlos syndrome,dermatosparaxis type RRMGEHAMER (RHE-ZBINERE ) <1in 500 L] ®
13 AGA Aspartylglycosaminuria REEH A S NERR R AE <1in 500 L] ®
14 AGL Glycogen storage disease, type llI FFREfATEAESR 38 1in159 ® ®
15 AGXT Primary hyperoxaluria, type | RS ERRESR1R 1in158 ® ®
16 ALDH3A2  Sjogren-Larsson syndrome WeHI — ECIE IR 8 lin223 (] ®
17 ALDOB Hereditary fructose intolerance BEWREARTAE lin55 [ ] L]
18 ALPL Hypophosphatasia {5 BL BR BB AE 1in158 ° [ )
19 AMT Glycine encephalopathy, AMT-related AMTE R EREI B & 88 Rim/IF R 14 5 H A28 M i 1in 262 [ ] ®
20 ARSA Metachromatic leukodystrophy, ARSA-related ARSAE F HHEI E 314 b B HIR(EAE 1in100 [ ] L]
21 ASL Argininosuccinic aciduria BT _MEBRRZE 1in133 L4 ]
22 ASPA Canavan disease THER (BRREREEEARE) <1in 500 ® ®
23 ASS1 Citrullinemia, type | JABZEE MAESR —BY 1in119 ° [ )
24 ATM Ataxia-telangiectasia HIBER A M E IR RE (R R 1in 100 [ ] (]
25 ATP7B Wilson disease BRI ARECIE 1in 90 ® ®
26 BBS1 Bardet-Biedl syndrome 1 EfE-RERERFEIR 1in 265 [ ] o
27 BBS10 Bardet-Biedl syndrome 10 EfE-2ERERRFF108 1in 447 [ ] o
28 BBS2 Bardet-Bied| syndrome 2 EfE-RERERE2ER <1in 500 [ ] o
29 BCKDHA  Maple syrup urine disease, type 1A 1 ERAESS 1ARY lin321 [ ] o
30 BCKDHB  Maple syrup urine disease, type 1B 1 ERAESS 1BEY 1lin 364 [ ] o
31 BCSIL GRACILE syndrome GRACILE fEfZ8$ lin1ll [ ] o
32 BLM Bloom syndrome ThEBERR <1in 500 ° [ )
33 BTD Biotinidase deficiency EMRBRZIE 1in109 (] ®
34 BTK X-linked agammaglobulinemia HEEERyIKRE A ME <1in 500 ® ®
35 CAPN3 Limb-girdle muscular dystrophy, type 2A BB R BAE SR 2A T <1in 500 (] ®
36 CBS Homocystinuria, CBS-related CBSE [ 115 5 Bt Bk BE PR I <1in 500 [ ] L]
37 CDH23 Usher syndrome, type 1D RERAEREF1DE 1in 202 [ ] °
38 CHAT Congenital myasthenic syndrome, CHAT-related CHATE RIS R AT E R <1in 500 [ ] L]
39 CHRNE Congenital myasthenic syndrome, CHRNE-related =~ CHRNEEE RS R M TN AEIREE <1in 500 [ ] L]
40 CLN3 Neuronal ceroid lipofuscinosis, CLN3-related CLN3E H R - 148 So i 4R B 15 & (AT AE 1lin145 [ ] L]
41 CLN5 Neuronal ceroid lipofuscinosis, CLN5-related CLNSE H R - 1 48 So i 4R B 18 & (AT AE lin 317 [ ] L]
42 CLN6 Neuronal ceroid lipofuscinosis, CLN6-related CLNGE [E R - 1 48 So i 4R B 156 & (R TEAE lin261 [ ] L]
43 CLN8 Neuronal ceroid lipofuscinosis, CLN8-related CLNSE [H R - 148 So i 4R B 18 & (R TEAE lin 349 [ ] L]
44 CLRN1 Usher syndrome, type 3A RERAERRFFEIAR <1in 500 [ ] °
45 COL4A3 Alport syndrome, COL4A3-related COL4A3E FE R R ECIE 1R B¥ 1lin323 [ (]
46 CPT1A Carnitine palmitoyltransferase | deficiency RBTEEEEBBRZE B <1in 500 [ ] L]
47 CPT2 Carnitine palmitoyltransferase Il deficiency RRITEEE SR Z ER 2R <1in 500 [ ] (
48 CTNS Cystinosis BRAREEAE 1in158 ° ()
49 CTSK Pycnodysostosis BMEURBERRE 1in439 [ ] (]
50 CYBB Chronic granulomatous disease, X-linked HHHEE IR FIERR 1in 150000 ©] ]
51 CYP1B1 Primary congenital glaucoma REMBRNFBRENIR lin74 L] ]
52 cypaiaz  Congenital adrenal hyperplasia (CAH) dueto21- 5wy sepns 2 iiny sk ss Fipia s lin6l ° °
hydroxylase deficiency
53 CYP27A1  Cerebrotendinous xanthomatosis B Bt SR AE 1in115 [ ] °
54 DBT Maple syrup urine disease, type 2 tRLiE PRAESE 2B lin321 [ ] °
55 DCLREIC  Omenn syndrome BRPI ECAE R BF <1in 500 [} [ )
56 DHCR7 Smith-Lemli-Opitz syndrome Smith-Lemli-Opitz fEf&E# 1in 100 [ ] °
57 DHDDS Retinitis pigmentosa 59 REERREE59E <1in 500 [ ] °
58 DLD Dihydrolipoamide dehydrogenase deficiency Z S S RE R AR BB R =2 iE <1in 500 [ ] °
59 DMD Duchenne/Becker muscular dystrophy, X-linked MHGEEHEK / BRENAKEE 1in 4200 ) ®
60 DOK7 Congenital myasthenic syndrome, DOK7-related DOK748RAN & S fE 17 ¥ 1in 454 [ ] °
61 DPYD Dihydropyrimidine dehydrogenase deficiency SRR SmRZE 1in 20 [ ] °
62 EIF2B5 Leukoencephalopathy with vanishing white matter 5 B 5 B & B 5 B MR ER 5B <1in 500 [ ] °
63 ELP1 Familial dysautonomia Rkt B EWERBE <1in 500 [ ] °
64 ETHEL Ethylmalonic encephalopathy CER MR <1in 500 [ ] °
65 FAH Tyrosinemia, type | BRARES MAESR 1R 1in 100 [ ] °
66 FANCC Fanconi anemia, complementation group C SBOERE MACE <1in 500 [ ] °
67 FH Fumarase deficiency ES RS TRZAE <1in 500 [ ] °
68 FKTN Fukuyama congenital muscular dystrophy BLEREXREMPAKREE <1in 500 L] ®
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PR A (EX)
Glycogen storage disease, type la
Glucose-6-phosphate dehydrogenase deficiency
Glycogen storage disease, type Il / Pompe disease
Krabbe disease
Galactosemia
Gaucher disease
Glutaric acidemia, type |
Nonsyndromic hearing loss and deafness (DFNB) 1
GLB1-related disorders
Glycine encephalopathy / Nonketotic
hyperglycinemia
GNE myopathy
Mucolipidosis Il and mucolipidosis 1l alpha/ beta
Primary hyperoxaluria, type Il

Long chain 3-hydroxyacyl-CoA dehydrogenase
deficiency

Tay-Sachs disease

Sandhoff disease
3-hydroxy-3-methylglutaryl-CoA lyase deficiency
Hermansky-Pudlak syndrome, type 3
D-bifunctional protein deficiency
Mucopolysaccharidosis, type | / Hurler syndrome
Severe combined immunodeficiency, X-linked
Isovaleric acidemia

Junctional epidermolysis bullosa, LAMA3-related
Junctional epidermolysis bullosa, LAMB3-related
Junctional epidermolysis bullosa, LAMC2-related

Mitochondrial complex IV deficiency, nuclear type 5 / $£5R B E IR ESREIVIRZ iE/ZRE-MEX

Leigh syndrome, French-Canadian type
Alpha-mannosidosis

Mucolipidosis IV

Megalencephalic leukoencephalopathy with
subcortical cysts

Combined methylmalonic aciduria and
homocystinuria, cblC type / Cobalamin C deficiency

Congenital disorder of glycosylation, type Ib
Congenital amegakaryocytic thrombocytopenia
Abetalipoproteinemia

Usher syndrome, type 1B

Nijmegen breakage syndrome

Nemaline myopathy 2

Niemann-Pick disease, type C1

NPHP1 nephronophthisis-related ciliopathies
Steroid resistant nephrotic syndrome, type 1
Steroid-resistant nephrotic syndrome, type 2
Lowe syndrome, X-linked

Ornithine transcarbamylase deficiency, X-linked
Phenylalanine hydroxylase deficiency

Pyruvate carboxylase deficiency

Propionic acidemia, PCCA-related

Propionic acidemia, PCCB-related

Usher syndrome, type 1F

Zellweger spectrum disorders, PEX1-related
Zellweger spectrum disorders, PEX2-related
Rhizomelic chondrodysplasia punctata, type 1
Phosphoglycerate dehydrogenase deficiency
Autosomal recessive polycystic kidney disease
PLA2G6-associated neurodegeneration
Congenital disorder of glycosylation, type la
POLG-related disorders

Muscular dystrophy-dystroglycanopathy, type A, 3
Neuronal ceroid lipofuscinosis, PPT1-related
Combined pituitary hormone deficiency, type 2
6-pyruvoyl-tetrahydropterin synthase deficiency
Congenital myasthenic syndrome, RAPSN-related
Cartilage-hair hypoplasia

Dyskeratosis congenita, RTEL1-related

Spastic ataxia, Charlevoix-Saguenay type
Alpha-1 antitrypsin deficiency
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No E2E R BB (EN) R ETE(PN) wEE (SOFIVA) (Baylor) (Baylon)
133 SGCA Limb-girdle muscular dystrophy, type 3 BERA AR EESRIR <1in 500 ® ®
134 SGCB Limb-girdle muscular dystrophy, type 4 BERA AR EER4E <1in 500 [ J ®
135 SGCG Limb-girdle muscular dystrophy, type 5 BERA AR EESRSE lin 354 [ J ®
136 sGsH  Mucopolysaccharidosis, type lllA / Sanfilippo BSWEE AR/ EEAMREAR lin4ls ° °
syndrome A

137 SLC12A6 ﬁgj:oe;;stﬁ;the corpus callosum with peripheral BRI AR S R <1in 500 ° °
138 SLC17A5  Free sialic acid storage disorders FEEIE R R TRE <1in 500 L] ®
139 SLC22A5  Carnitine deficiency, systemic primary [REHE PR ER = AE 1in 200 ® ®
140 SLC25A13  Citrin deficiency / Citrullinemia, type Il Citrinfkh Z i/ N AR BE M AE 55 28 <1in 500 [ [ ]
141 SLC25A15  Ornithine translocase deficiency SIZE BT A <1in 500 L] ®
142 SLC26A2  Skeletal dysplasia, SLC26A2-related SLC26A2E B RBERSE 1in158 ° ()
143 SLC26A4  Pendred syndrome PendredfE &8 1in 80 L] ®
144 SLC35A3  Arthrogryposis, mental retardation, and seizures FRET S B RIEE MR (E <1in 500 [ ] (]
145 SLC37A4  Glycogen storage disease, type Ib / llw FrEERETRAE S b/ liwEY 1lin 354 [ ] o
146 SLC7A7 Lysinuric protein intolerance BIERRKEZEAFTE <1in 500 (] ®
147 SMPD1 Niemann-Pick disease, types A/B EEVL5iEA/BE 1in196 [ ) )
148 SUMF1 Multiple sulfatase deficiency ZRUMMIIRZE <1in 500 [ ] L]
149 TGM1 Autosomal recessive congenital ichthyosis IR EREHEERNE lin 301 [ ] L]
150 TH Tyrosine hydroxylase deficiency BR AR RS S CRB R = i <1in 500 [ ] L]
151 TMEM216 Joubert syndrome 2 ;‘;be” RERRS2E (RRENERBRES ), 500 ° °
152 TPP1 Neuronal ceroid lipofuscinosis, TPP1-related TPP1E R 18R - & ol A8 B AT AE SR 28 1lin314 ) [ )
153 TTPA Ataxia with isolated vitamin E deficiency HERBEHEERERZE <1in 500 [ ] °
154 USH1C Usher syndrome, type 1C RERAERB#SE1CE 1in 353 ° [
155 USH2A Usher syndrome, type 2A RERGEES2AR 1in126 ° ()
156 WAS Wiskott-Aldrich syndrome, X-linked 1 BtE @ Wiskott-AldrichiE 1= B 1in 187500 © ©
157 AAAS Triple A syndrome Triple ASEfZ# <1in 500 °
158 ABAT GABA-transaminase deficiency GABAB iz BE R = fiE <1in 500 °
159 ABCA12  Congenital ichthyosis, ABCA12-related ABCA12EH RS R 4 Al <1in 500 °
160 ABCA3 Surfactant dysfunction, ABCA3-related ABCAZEFHERMREEM BB EEE linll6 )
161 ABCA4 ABCA4-related disorders ABCCAEFBRIEIR 1in45 °
162 ABCB11 Progressive familial intrahepatic cholestasis 2 ETHREM AR R EES 2R 1in 158 °
163 ABCB4 Progressive familial intrahepatic cholestasis 3 ETHREMT AR R EES3R 1in 194 °
164 ABCC2 Dubin-Johnson syndrome HE - AHRAEMRE 1in 158 °
165 ABCC6 Pseudoxanthoma elasticum B REE 1in79 °
166 ACAD9 Mitochondrial complex | deficiency, ACAD9-related =~ ACAD9#ABAHIARRE#E SR ZAE <1in 500 °
167 ACAT1 Beta-ketothiolase deficiency [B- Bt A BB IR = SiE 1in 347 °
168 ACOX1 Peroxisomal acyl-CoA oxidase deficiency BECREEEHASICERRZ A <1in 500 [
169 ACSF3 Combined malonic and methylmalonic aciduria A_BMRPER_BLGSEME 1in 86 °
170 ADAMTSL4 ADAMTSL4-related eye disorders ADAMTSLAEF 18RI IR 8B IR <1in 500 °
171 ADGRG1 Bilateral frontoparietal polymicrogyria SRIFEIEEZ/NEEE <1in 500 °
172 ADGRV1  Usher syndrome, type 2C RERLGEAES2CE 1in176 [
173 AFF2 Fragile XE syndrome X Reht i EER 1in 18750 )
174 AGPS Rhizomelic chondrodysplasia punctata, type 3 AREMRSREEETREIR <1in 500 °
175 AHI1 Joubert syndrome 3 Joubert ECREfRR#5535Y 1in176 [
176 AIFM1 Combined oxidative phosphorylation deficiency 6 ~ SE{LHEE{EERRAES 65 <1in 500 )
177 AIPL1 Leber congenital amaurosis 4 RIAERAERMRBIESLIR 1in 387 °
178 AIRE Autoimmune polyglandular syndrome, type 1 BHig B L IRISAERA#SE1R 1lin 354 °
179 ALDH7A1  Pyridoxine-dependent epilepsy TG % B {2 38 14 8 P e 1in 158 °
180 ALG1 Congenital disorder of glycosylation, type lk SEREE(CEREIKE <1in 500 °
181 ALG13 Developmental and epileptic encephalopathy 36 SRR B A B R 55 36 Y <1in 750000 ®
182 ALG6 Congenital disorder of glycosylation, type Ic SERBEE(CHERFLCE <1in 500 °
183 ALMS1 Alstrom syndrome Pl 7 45 i RE R B <1in 500 °
184 AMN Imerslund-Grasbeck syndrome 2 REMIEE- 1B R AR 2 B <1in 500 °
185 ANO10 Autosomal recessive spinocerebellar ataxia, type 10 2GRS M IE S/ \EEMHAESF 108 1in93 °
186 AP1S1 MEDNIK syndrome MEDNIKYE & 8% <1in 500 °
187 AP3B1 Hermansky-Pudlak syndrome, type 2 Hermansky-PudlakE & E$ 55284 1in 158 °
188 AQP2 Nephrogenic diabetes insipidus BEBYKREEAE <1in 500 °
189 AR Androgen insensitivity syndrome IR AE R R 1in 5000 ®
190 ARG1 Argininemia 1B AR RS MIE <1in 500 °
191 ARL13B Joubert syndrome 8 oubert FKIEERFH8E <1in 500 °
192 ARL6 Bardet-Biedl syndrome 3 EE-SERERRHSEIR <1in 500 °
193 ARSB ::';;‘;’gr‘:fa“har'd°s's' type VI/Maroteaux-Lamy g0 sy sem ( mosmfE-HIKERE ) 1in 201 °
194 ARSL X-linked chondrodysplasia punctata 1 HHEEMKREREFARS1E <1in 500 )
195 ARX X-linked developmental disorders, ARX-related ARXEF A HHEE B R R 1in 250000 ©
196 ASAH1 Farber lipogranulomatosis PRIEEE IS A <1in 500 ]
197 ASNS Asparagine synthetase deficiency RPLBERAMRZE <1in 500 ]
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198 ATP6VIBL Renal tubular acidosis and deafness, ATP6V1B1- ATP6VIBIEFEMEMB/NEUBPSSHIENELX <1in 500 °
related fE
199 ATP7A Menkes disease MenkesECHE % B# 1in 26000 ®
Progressive familial intrahepatic cholestasis 1 and ETHREMTAIRTHRRES 1 RERMER .
200 ATP8BL ben?gn familial intrahepaticpcholestasis 1 FFARETReERES 1 8 Lin53 ¢
201 ATRX Q{E:z:(:‘lalassemia intellectual disability syndrome, VR E ot i T [ 22 ) P R (R B <1in 750000 ®
202 AVPR2 AVPR2-related disorders AVPR2EEHEAE R 1in 63000 ®
203 BoD1 Joubert syndrome 27 Joubert ECEEREB¥5527 5L <1in 500 (]
204 B9D2 Joubert syndrome 34 Joubert ECEEfREB¥5534 8L <1in 500 (]
205 BBS12 Bardet-Bied| syndrome 12 EE-2EEAEREE128 <1in 500 [ )
206 BBS4 Bardet-Bied| syndrome 4 EfE-2EEEREEIR <1in 500 [ )
207 BBS5 Bardet-Bied| syndrome 5 EfE-REEERESR <1in 500 [ )
208 BBS7 Bardet-Bied| syndrome 7 EfE-REEEREETR <1in 500 [ )
209 BBS9 Bardet-Bied| syndrome 9 EfE-2EEEREIR <1in 500 [ )
210 BCHE Pseudocholinesterase deficiency Rt R AREREE TR Z A 1in53 [ )
211 BLOC1S3  Hermansky-Pudlak syndrome, type 8 Hermansky-PudlakiE{###558 5! <1in 500 °
212 BLOC1S6  Hermansky-Pudlak syndrome, type 9 Hermansky-PudlakiE{###559%! <1in 500 °
213 BMP1 Osteogenesis imperfecta, type XllI RERRAEF13E <1in 500 °
214 BRIP1 Fanconi anemia, complementation group J B ERE MmEIR 1in 500 °
215 BSND Bartter syndrome, type 4A BartterEGiE R B# 554 5 <1in 500 °
216 Cc2cD3 Orofaciodigital syndrome, type XIV CIRE - B8 - 15 (Bt ) HEREERHE148 <1in 500 ()
217 CAD Developmental and epileptic encephalopathy 50 23 R M B T M B AR 2 S5 50 EY <1in 500 ()
218 CANT1 Desbuquois dysplasia, type | DesbuquoisEC# B R 2 AESE1E <1in 500 °
219 CASQ2 Catecholaminergic polymorphic ventricular 3 AR B SR B T S SE R S 0 1in 224 °
tachycardia, type 2
220 CC2DIA A}Jtosomal recessive intellectual developmental B 2 B 3 (R0 B S R PR B R <1in 500 °
disorder, type 3
221 CC2D2A  Joubert syndrome 9 Joubert ECREfRBE5595Y <1in 500 °
222 CCDC103  Primary ciliary dyskinesia, CCDC103-related CDC103E R 18R 25 14 4 E 3 E B PR AE 1lin 217 °
223 CCDC39 Primary ciliary dyskinesia, CCDC39-related CDC39& R 1HRFAR 83 14 M EZE SN BIAE 1lin 144 ®
224 CCDC88C  Congenital hydrocephalus 1 SERMKBEAESS 1 B 1in 137 °
225 CCN6 Progressive pseudorheumatoid dysplasia ETHREER RS REFRE <1in 500 ()
226 CD3D Severe combined immunodeficiency, CD3D-related CD3DERHFAEEE S B R ERIEAE <1in 500 )
227 CD3E Severe combined immunodeficiency, CD3E-related CD3EERHFAREE S E R ERIEAE <1in 500 )
228 CD40 Hyper-IgM syndrome, type 3 BREKEOMEREEIR <1in 500 °
229 CD40LG X-Linked hyper IgM syndrome HEEES R RIKEOMAERE 1in 52500 )
230 CD59 CD59-mediated hemolytic anemia CD59 NMgAmtE M <1in 500 °
231 CEP104 Joubert syndrome 25 Joubert ECEEfZB¥55255Y <1in 500 °
232 CEP120 Joubert syndrome 31 Joubert ECEEfZB¥5531 5L <1in 500 °
233 CEP152 CEP152-related disorders CEP152E R 18B%E R <1in 500 °
234 Cceppgp  Lebercongenital amaurosis, CEP290-related / CEP290MBIB AR S R 1 BRI lin185 °
CEP290-related conditions
235 CEP41 Joubert syndrome 15 Joubert ECAER 55155 <1in 500 (
236 CERKL Retinitis pigmentosa 26 RPEERREE26E 1in137 ()
237 CHM Choroideremia, X-linked B SRS B R R E 1in 25000 ®
238 CHRNG Multiple pterygium syndrome, lethal type IR B3 1 B IR RS 22 B 1in50 ®
239 CIB2 Usher syndrome, type 1) AERMAESESLE <1in 500 (
240 CIITA Bare lymphocyte syndrome, type Il RNEIREE R R¥S528Y <1in 500 ]
241 CLCN1 Myotonia congenita SRS EE 1in158 ]
242 CLCN5 Dent disease DentEX &% <1in 500 ®
243 CNGB3 Achromatopsia, CNGB3-related CNGB3E E1HEA & 7 /5 FE < A5 1in98 [ ]
244 COL11A2  COL11A2-related disorders COL11A2E R HRAE R <1in 500 ®
245 COL17A1  Junctional epidermolysis bullosa, COL17Al-related ~COL17A1ERHEIE S ER 5 A #R KB AE <1in 500 ]
246 COL27A1  Steel syndrome SEIBT ECERRY <1in 500 L]
247 COL4A4  Alport syndrome, COL4A4-related COLAAAE K 1HRA S5 A ECAE R B¥ 1in 353 [ )
248 COL4AS Alport syndrome, COL4A5-related, X-linked COLAASE [ B Bt (S 5 (A FCRE (R B¥ 1in 47000 ©
249 COL7A1  Dystrophic epidermolysis bullosa, COL7Al-related =~ COL7A1EREHRIR 5 AMRKBE 1in 370 ]
250 coLQ Congenital myasthenic syndrome, COLQ-related COLQEEHRASE R 14 AL # 1 AE R 8% 1in430 ]
251 COX15 Mitochondrial complex IV deficiency, nuclear type 6 #ZEE5E 6 RMAREITFRIEVSEE |V RRZE <1in 500 ]
252 CPLANE1  Joubert syndrome 17 Joubert FKEEMREFSF17E 1in423 ®
253 CPS1 Carbamoyl phosphate synthetase | deficiency SPEHBRSNBRAESLE <1in 500 ®
254 CRB1 CRB1-related retinal dystrophies CRB1ERHEIR MK BIE 1in112 ()
255 CRPPA Muscular dystrophy-dystroglycanopathy, type A, 7 SEXM PR EAE ( BEREE(CINAETRFEATEY 1in371 [ )
256 CRTAP Osteogenesis imperfecta, type VI HBAREERTE <1in 500 ®
257 CSPP1 Joubert syndrome 21 Joubert ECEEfER¥55218Y <1in 500 ®
258 CTSA Galactosialidosis 7L IEIE R RTEE <1in 500 ]
259 CTSC CTSC-related disorders CTSCERHEIER 1in 250 o
260 CTSD Neuronal ceroid lipofuscinosis, CTSD-related CTSDE FE &R 18 E TR E <1in 500 ®
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298

299

300
301
302
303
304
305
306
307
308
309
310
311
312
313
314
315
316
317
318
319
320
321

ER

CYBA
CYP11Al1l

CYP11B1
CYP11B2
CYP17A1

CYP19A1
CYP27B1
CYP7B1
DCAF17
DCX
DDX11
DGAT1

DGUOK

DIS3L2
DKC1
DLL3
DNAH11
DNAH5
DNAI1L
DNAI2

DNMT3B
DUOX2
DYNC2H1

DYSF
EDA
EIF2AK3
EIF2B1
EIF2B2
EIF2B3
EIF2B4
EMD
EPG5
ERCC2

ERCC6

ERCC8
ESCO2

ETFA

ETFB

ETFDH

EVC
EVC2
EXOSC3
EYS
F11
F2
F5
F8
F9
FAM161A
FANCA
FANCB
FANCD2
FANCE
FANCF
FANCG
FANCI
FANCL
FBP1
FBXO7
FHL1
FKBP10

BmE B (EX)
Chronic granulomatous disease 4
Congenital adrenal insufficiency, CYP11Al-related
Congenital adrenal hyperplasia (CAH) due to 11-
beta-hydroxylase deficiency
Corticosterone methyloxidase deficiency

Congenital adrenal hyperplasia (CAH) due to 17-
alpha-hydroxylase deficiency

Aromatase deficiency

Vitamin D-dependent rickets, type 1A
CYP7B1-related disorders
Woodhouse-Sakati syndrome
DCX-related disorders

Warsaw breakage syndrome

DGAT1 deficiency

Deoxyguanosine kinase deficiency / Mitochondrial
DNA depletion syndrome 3

Perlman syndrome

Dyskeratosis congenita, X-linked
Spondylocostal dysostosis 1

Primary ciliary dyskinesia, DNAH11-related
Primary ciliary dyskinesia, DNAH5-related
Primary ciliary dyskinesia, DNAI1-related
Primary ciliary dyskinesia, DNAI2-related

Immunodeficiency-centromeric instability-facial
anomalies syndrome 1

Thyroid dyshormonogenesis 6

Short-rib thoracic dysplasia 3 with or without
polydactyly

Limb-girdle muscular dystrophy, type 2B
Hypohidrotic ectodermal dysplasia, X-linked
Wolcott-Rallison syndrome

Leukoencephalopathy with vanishing white matter 1
Leukoencephalopathy with vanishing white matter 2
Leukoencephalopathy with vanishing white matter 3
Leukoencephalopathy with vanishing white matter 4
Emery-Dreifuss muscular dystrophy, X-linked
EPG5-related disorder

ERCC2-related conditions

Cerebrooculofacioskeletal syndrome 1 / Cockayne
syndrome, type B

Cockayne syndrome, type A

Roberts-SC phocomelia syndrome

Multiple acyl-CoA dehydrogenase deficiency /
Glutaric aciduria, type lIA

Multiple acyl-CoA dehydrogenase deficiency /
Glutaric aciduria, type 1IB

Multiple acyl-CoA dehydrogenase deficiency /
Glutaric aciduria, type IIC

Ellis-van Creveld syndrome

Ellis-van Creveld syndrome

Pontocerebellar hypoplasia, type 1B
Retinitis pigmentosa 25

Factor XI deficiency / Hemophilia C

Factor Il deficiency / Prothrombin deficiency
Factor V deficiency

Factory VIl deficiency / Hemophilia A
Factor IX deficiency / Hemophilia B

Retinitis pigmentosa 28

Fanconi anemia, complementation group A
Fanconi anemia, complementation group B
Fanconi anemia, complementation group D2
Fanconi anemia, complementation group E
Fanconi anemia, complementation group F
Fanconi anemia, complementation group G
Fanconi anemia, complementation group |
Fanconi anemia, complementation group L
Fructose-1,6-bisphosphatase deficiency
Parkinson disease 15

FHL1-related disorders

Osteogenesis imperfecta, type Xl

EREE(PX) TEE
1B FIE R E4R <1in 500
CYP11A1EFE RIS R4S LIRINEER lin114
11-B-FMEEBRZ SRR Z e R B LARIB A E 1in 158
HERPE AL ZAE <1in 500
17-a-Z{CE R Z SIHB 2 e R B L AR B A fiF <1in 500
HEICERZIE <1in 500
HERDRBRGBESR1AR 1lin22
CYP7BlEEMEAER 1in 338
Woodhouse-SakatifiE {& & <1in 500
DCXEHHRIER <1in 750000
Warsaw & g Ef SLE (2 3% <1in 500
DGAT1fAZ fE <1in 500
IR | S E A TR Z fE/ 5 3B M AR BEDNAFE IR IE <1in 500
TS AR R <1in 500
HHEEEREABERRE <1in 750000
BRWEREL2H1R 1in 289
DNAH11E R 4R 8% 14 4 £ 1E B PR AE lin 144
DNAH5E F 6B R 8% 1 4 £ E B PR B AE 1in 120
DNAI1E R 8% 14 4 £ 1E BN PR AE 1in 182
DNAI2E R R 8% 14 4 £ 1E BN PR AE <1in 500
RIEHRIE - EHNAETE - BNEEEMRF1R <1in 500
ERIR M R E R RS 65 1in55
HEAHZIERTNEMEERRELAR 3 & 1in67
BRI PR B AESE 2B R lin311
HHEE T IMNEBIEE R R 1in 3800
Wolcott-Rallison fE{ZE# <1in 500
LR Si=p S E=po e n =i <1in 500
LR Sk=p S E=po e n =Pl <1in 500
LR Sk=p e SE=po e n =k Y] <1in 500
SR E R MR R B A AE SR AR <1in 500
RN HR - B S E A (R Y 1in 250000
EPGSEHHRER <1in 500
ERCC2E A tHRFARIE <1lin 500
kﬂiﬁ-?ﬁﬂli-ﬂﬁ&ﬂ-%‘E%E%*Efﬁ?ﬁf’%’lﬂ/ﬂ%ﬂ@EE <1in 500
REfZE¥5BE
TSl E ECER B SEAR <1in 500
Roberts-SCEY B3I A% fE 12 8% <1in 500
LEMEWBAES BRI / RZHMRESIAE  <1in 500
SEMEWBAETBRZIE / X _BRESIBE  1in408
LEMEWBASSBRZE / R_BRESICE  1in250
BRI RERS 1in 345
BRI RERS 1lin122
ISt/ MR B R 2E 1B & <1in 500
RAEERREE2SR 1in129
FT—RMAFRZE / C RIKRRE 1in92
SRMEATFHRZE / R MEBBFRRZE 1in33
ERRMRAFHRZIE lin12
FIVRMEFRZAE / A BINR R 1in 20000
SNRMETFHRZAE /B B MIR% 1in 10000
RAEERREE28R 1in 289
SEOERE MAAR 1in 345
SEUERE MABE <1in 750000
o EREmMED2E <1in 500
SO ERE MAER <1in 500
SO ERE MAEFE <1in 500
SO ERE MAEGE <1in 500
SOl ERE MAEIE <1in 500
SOl ERE MAELE <1in 500
R¥E-1,6-EBHBBEHRTE <1in 500
A REESELSR <1in 500
FHL1E R RRAER <1in 750000
MEBAEES 11 8 <1in 500
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No. E2E R BB (EN) R ETE(PN) wEE (SOFIVA) (Baylor) (Baylor)
322 FKRP Limb-girdle muscular dystrophy, type 21 / Muscular B EBLPIKRBIEL 218 /S REM KB REHHE 1in158 °
dystrophy-dystroglycanopathy, type A, 5 BEE{EINAEFRPEASEY
323 FMO3 Trimethylaminuria =BPIERIE 1in139 (]
324 FOXN1 Severe combined immunodeficiency, FOXN1-related FOXN1EREHRBRERSE RIEHRIEE <1in 500 [ )
325 Foxps  'mmunodysregulation, polyendocrinopathy, and s e pracn | x5 eR - IBEEER  <1in 750000 ®
enteropathy, X-linked
326 FOXRED1  Mitochondrial complex | deficiency, nuclear type 19 5 19ZUZE FE R 4R B8 1T IR 818 S BEIFA = I <1in 500 ®
327 FRAS1 Fraser syndrome, type 1 FraserfEfRB#55 15 1lin 316 ®
328 FREM2 Fraser syndrome, type 2 FraserfE{R8#55 28 <1in 500 ®
329 FUCA1 Fucosidosis ERBRRZAE (RTBE) <1in 500 (]
330 FXN Friedreich ataxia HEEERLERRE 1in 250 °
331 G6PC3 G6PC3 deficiency G6PC3 A= fE <1in 500 o
332 GALE g:}fcf;iim'a type lll/ Galactose epimerase SIRMEEIR/ LA BRBHRS 1in132 o
333 GALK1 Galactosemia, type Il / Galactokinase deficiency I WEES R ZE lin112 [ )
334 GALNS ~ MIMCOPOIySACEaliQosis, ype tvA 7 morquio S HES4E/ MorquiofE 28 1in 307 °
335 GALNT3 Hyperphosphatemic familial tumoral calcinosis SR MR K IERE T S EIEE <1in 500 ®
336 GAMT Guanidinoacetate methyltransferase deficiency EZEPEEBIRZE <1in 500 °
337 GATM Arginine:glycine amidinotransferase deficiency 1EhREL H AR R A B ISR BB TR = AiE <1in 500 °
338 Gee1  Slycogen storage disease, type IV / Adult FRRRESIR/ A LDEES B 1in387 o
polyglucosan body disease
339 GCH1 GCH1-related disorders GCDH1EFHRIER <1in 500 ]
340 GDF5 GDF5-related disorders GDF5SERFMERIER <1in 500 ®
341 GFM1 Combined oxidative phosphorylation deficiency 1 ~ #&&M&{EHEIERZESR1R <1in 500 o
342 GHR Laron syndrome HE M ECAE IR BF lin167 ®
343 GJB1 Charcot-Marie-Tooth disease, type 1X HHIEEETEB S EME 1in 7000 ]
344 GLA Fabry disease, X-linked & hh G IE 1in 1500 ®
345 GLE1 Lethal congenital contracture syndrome 1 HIESER M S RERRESE 1R <1in 500 (
346 GNPAT Rhizomelic chondrodysplasia punctata, type 2 AR BRI B B EARE2E <1in 500 (
347 GNPTG Mucolipidosis Il gamma MIREES =8 Gamma <1in 500 o
348 GNs  Mucopolysaccharidosis, type llID / Sanfilippo MSEES 111D B/RFERMEED B <1in 500 °
syndrome D
349 GORAB Geroderma osteodysplastica EEREEEETRRBUEIR <1in 500 ()
350 GP1BA Bernard-Soulier syndrome, type A B4R - BREMERIEAL <1in 500 °
351 GP9 Bernard-Soulier syndrome, type C B4R - REMERSHECR <1in 500 °
352 GRIP1 Fraser syndrome, type 3 FraserfE f& 8% 58538 1in 83 °
353 GSS Glutathione synthetase deficiency BIHIKSREBRZE <1in 500 °
354 GUCY2D  Leber congenital amaurosis 1 RAKERERBAES1R 1in 200 °
355 GUSB Mucopolysaccharidosis, type VIl / Sly syndrome M EEAESE7EY/SIy R 8E <1in 500 °
356 HADH 3-hydroxyacyl-CoA dehydrogenase deficiency 3-RHEMBASSBRZE <1in 500 °
357 HADHB Mitochondrial trifunctional protein deficiency, HADHBE E R B 558 = AL E A S5 1in 146 °
HADHB-related
358 HAMP Hereditary hemochromatosis, type 2B EENmMBIEE (DeRINER ) $2BE <1in 500 (
359 HAX1 Congenital neutropenia, HAX1-related HAX1E E 18RI S5 R 14 1E o 4 B M KR B <1in 500 ]
360 HCFC1 :\)/Ilszhylmalomc aciduria and homocystinuria, cbIX PR R I B A R RS S R cbIX B <1in 750000 ®
361 HGD Alkaptonuria BRAE 1in 250 °
Mucopolysaccharidosis, type llIC / Sanfilippo s [ HosE ; .
362 HGSNAT FSMEES3CE (BEFENMKE ) 1in 482 )
syndrome C
363 HJV Hereditary hemochromatosis, type 2 EEMHMEIEE (LEeRNER ) F28 <1in 500 (
364 HLCS Holocarboxylase synthetase deficiency LM HRICEBRZ iE <1in 500 L]
365 HMOX1 Heme oxygenase 1 deficiency F-EMBEERICEBRZE <1in 500 ]
366 HOGA1 Primary hyperoxaluria, type IlI RS ERRKIESIE 1in 309 L]
367 HPD Tyrosinemia, type IlI BRRRAR MAESR 3B <1in 500 ®
368 HPRT1 HPRT1-related disorders HPRT1EEHEAER 1in 285000 ©
369 HPS1 Hermansky-Pudlak syndrome, type 1 Hermansky-Pudlak K iE &8 55184 <1in 500 ]
370 HPS4 Hermansky-Pudlak syndrome, type 4 Hermansky-Pudlak ECfiE & B 554 B <1in 500 ®
371 HPS5 Hermansky-Pudlak syndrome, type 5 Hermansky-Pudlak G fiE & 855 58 <1in 500 ®
372 HPS6 Hermansky-Pudlak syndrome, type 6 Hermansky-Pudlak G fiE & 8556 8 <1in 500 ®
373 HSD17B10 HSD10 disease HSD10 %% <1in 750000 ©
374 HSD17B3 t1y7':;l(;)(;_\ltla—hydroxysterOId dehydrogenase deficiency, 17-p- BRSNS R E3E <1in 500 °
375 HSD3B2 3-beta-hydroxysteroid dehydrogenase deficiency,  3-B-BREHEREREMHRZSIE 2R S EIRIE <1in 500 °
type ll 45828
376 HYALL Z/Ieliicccinz:zsaccharldoms, type IX / Hyaluronidase ESMEEON BB ERSE <1in 500 °
377 HYLS1 Hydrolethalus syndrome JK BB FE 14 AE R B 1in 455 °
378 IDS Mucopolysaccharidosis, type Il / Hunter syndrome  FZEEAESE2EY ( BRIFEIE ) 1in 60000 )
379 IGHMBP2  IGHMBP2-related disorders IGHMBP2E R 18k %% <1in 500 °
380 IKBKB Severe combined immunodeficiency, IKBKB-related |IKBKBE E 10 & & 18 & B e B EAFEIE <1in 500 (]

6/10




\J:|,' ‘./— SOFIVA %%D%Eﬁ*ﬁ
2 GENOmMICS
N s=mr@E SOFIVA Carrier Scan
s = c = . v1.0 v2.0 v3.0
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381 IL7R Severe combined immunodeficiency, IL7R-related IL7REE i mER S B RERIEE 1in 388 (]
382 INPP5E Joubert syndrome 1 Joubert EKEEMRE¥SE18Y lin 264 ®
383 INVS Nephronophthisis 2 BEABEH2R 1in 373 o
384 IQCB1 Senior-Loken syndrome 5 Senior-LakenfE B 5558 <1in 500 [ ]
385 ITGA6 Junctional epidermolysis bullosa, ITGA6-related ITGAGE R 1HERIE S BIR KA A7 KB E 1in 159 ®
386 ITGB3 ITGB3-related disorders ITGB3EF R IR <1in 500 ®
387 ITGB4 Junctional epidermolysis bullosa, ITGB4-related ITGBAE 18RI & BUR BB BRK REAE <1in 500 ®
388 JAK3 Severe combined immunodeficiency, JAK3-related  JAK3EE R ER S R RS HREAE 1in 299 (]
389 KCNJ1 Bartter syndrome, type 2 EERRE2R <1in 500 ®
390 KCNJ11 Familial hyperinsulinism, KCNJ11-related KCNJ11EFEER G SRERME <1in 500 ®
391 L1ICAM L1 syndrome L1fE R B¥ 1in 22500 ®
392 LAMA2 LAMA2 muscular dystrophy LAMA2EREEAA AR & iE 1in 87 ()
393 LARGE1 Muscular dystrophy-dystroglycanopathy, type A, 6 SEXR M PIKEIE #BEREE{CINAETAFEAGCEL <1in 500 ®
394 LCAS5 Leber congenital amaurosis 5 FIARERERBAESSE <1in 500 ®
395 LDLR Familial hypercholesterolemia, LDLR-related LDLRE R4 EA K % 14 = AR [ B2 M AE <1in 500 L]
396 LDLRAP1  Familial hypercholesterolemia, LDLRAP1-related LDLRAP1E R 18I ik 14 = i E B2 M i <1in 500 ]
397 LHX3 Combined pituitary hormone deficiency, type 3 EEMIE T ERMRRZESIR <1in 500 (]
398 LIFR Stuve-Wiedemann syndrome Stuve-Wiedemann fEf&E# <1in 500 L]
399 LIG4 LIG4 syndrome LIGAfE & ¥ <1in 500 ®
400 LIPA Lysosomal acid lipase deficiency ABRERE M PR AN RS R Z AE <1in 500 L]
401 LMBRDl I.\‘Iire‘i.\llylllldlulll(, dliauria anu nomocysunuria, Loir $§ﬁ:g§ﬁﬁ{#%ﬂ%ﬂfg§ﬂﬂﬁcblF§g <1in 500 .
402 LOXHD1  Nonsyndromic hearing loss and deafness (DFNB) 77 ~ FFfEfR8#EYiE (14 IRIR5E778Y <1in 500 ]
403 LPL Lipoprotein lipase deficiency IEE B fERRE TR = AE <1in 500 L]
404 LRAT LRAT-related disorders LRATER 18I R <1in 500 ®
405 LRP2 Donnai-Barrow syndrome Donnai-BarrowfE &8 lin213 L]
406 LYST Chediak-Higashi syndrome Chediak-HigashijiE & &% <1in 500 (
407 MAK Retinitis pigmentosa 62 RPEERREE62H <1in 500 o
408 MANBA  Beta-mannosidosis Beta-H B2 <1in 500 ®
409 MCCC1 3-methylcrotonyl-CoA carboxylase 1 deficiency -FEETHHERACERRRZTESRIR 1in 147 (
410 McCcc2 3-methylcrotonyl-CoA carboxylase 2 deficiency -FEETHHERACERRRZTESR 2R 1in 120 (
411 MCEE Methylmalonyl-CoA epimerase deficiency FEA_BHBAREEBRZE <1in 500 (]
412 MCPH1 Autosomal recessive primary microcephaly 1 PR BRI RN EAESE 1 Y 1in 146 (
413 MECR MECR-related neurologic disorder MECRE E A0 RS 1 18 R R B R <1in 500 L]
414 MED17 Infantile cerebral and cerebellar atrophy 88 52 HA KB B )\ B = MR A <1in 500 L]
415 MEFV Familial Mediterranean fever Rt igEh 1lin115 ®
416 MESP2 Z;;J:sc:zl)ls?:f;oraac dysostosis and spondylocostal BRI NS AR RSB RE RS 1in 224 °
417 MFSD8 Neuronal ceroid lipofuscinosis, MFSD8-related MFSDSE FE 1Rt & oz A5 18 E RATEE <1in 500 )
418 MID1 X-linked Opitz G/BBB syndrome 4 B8 EOpitz G/BBBIEREF 1in 500000 )
419 MKKS Bardet-Bied| syndrome 6 B - 2EERAEFE6E 1in219 [
420 MKS1 MKS1-related disorders MKS1EREk%ER 1in 260 °
421 MLYCD Malonyl-CoA decarboxylase deficiency A BEEHESARR S BB TR = AiE <1in 500 [
422 MMAA Methylmalonic aciduria, MMAA-related MMAAE R HFEPER _BME lin316 )
423 MMAB Methylmalonic aciduria, MMAB-related MMABE E B R ER _ 1M iE 1lin 456 )
Combined methylmalonic aciduria and S EYRER R RIE S S B AZES RAECbIDEY/ 8% .
424 MMADHC homocystinuria,)::bID type / Cobalamin D deficiency B&#Z&EDIRZIE / <1in 500 ¢
425 MMUT Methylmalonic aciduria, MMUT-related MMUTE E P &R B M e 1in 383 ®
426 MOCS1 Molybdenum c.ofactor deficiency of RS AR <1in 500 °
complementation group A
227 MOCS2 Molybdenum c.ofactor deficiency of S RS FER R 1in236 °
complementation group B
428 wmpyiy  MPVi7-related mitochondrial DNA (mtDNA) HGIDNARS FREEBOR (FMARE ) <1in 500 o
maintenance defect
429 MRE11 Ataxia-telangiectasia-like disorder 1 $RIL IR S 1 I B R SR AE <1in 500 °
A0IMmocysunuria causeu vy
430 MTHFR methylenetetrahydrofolate reductase (MTHFR) SERENSEREREE (MTHFR ) BRZ1E 1in158 ®
Anfirinnma
431 MTM1 X-linked myotubular myopathy HRGEEN/NE RS <1in 750000 ©
432 MTR Homocystinuria-megaloblastic anemia, cblG type SR RES HESFMAME McbIGE lin224 ()
433 MTRR Homocystinuria, type cblE = Bt AR RS PR EECLIERY <1in 500 ®
434 MUSK Congenital myasthenic syndrome, MUSK-related MUSK#RRS 55 K 14 AL 58 D iE 1% B¥ <1in 500 ]
435 MVK Mevalonic aciduria / Hyper-lgD syndrome BB X ER BIBB TR Z A/ S | g DIE R B¥ lin167 ®
436 MYO15A  Nonsyndromic hearing loss and deafness (DFNB) 3 JEfEfRE¥ BB E I IEI8 5538 1in117 ([ ]
437 NAGA Schindler disease Schindlerf& & 1in 94 °
438 NAGLy  Mucopolysaccharidosis, type llIB / Sanfilippo B BWESIIBE/SanfilippoiEEBE <1in 500 °
syndrome B
439 NAGS N-acetylglutamate synthase deficiency N-Z R AR RS & A BB R = i <1in 500 ®
440 NCF2 Chronic granulomatous disease 2 1SS EAE S8 28 1in 500 °
441 NDRG1 Charcot-Marie-Tooth disease, type 4D ETHHENEMRESRIDE <1in 500 °
442 NDUFAF2  Mitochondrial complex | deficiency,nuclear type 10  10BUZER BRI RIS HE SREITRZ AE <1in 500 °
443 NDUFAF5  Mitochondrial complex | deficiency,nuclear type 16 <1in 500 (]
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444 NDUFAF6  Mitochondrial complex | deficiency,nuclear type 17  S17R#ZEREHIRI2ESERIGZE <1in 500 ®
445 NDUFS4  Mitochondrial complex | deficiency,nucleartype 1 ~ SB1EZERAHREEESEEIAZIE lin423 ®
446 NDUFS6  Mitochondrial complex | deficiency,nuclear type 9  SBORZERRHIREEESEEIAZ i <1in 500 ®
447 NDUFS7  Mitochondrial complex | deficiency,nuclear type 3 ~ #E3RZERAMMEEESRIAZIEE <1in 500 ®
448 NDUFV1  Mitochondrial complex | deficiency,nuclear type 4 ~ SF4RZEREMGIEESEIRZIE <1in 500 ®
449 NEU1 Sialidosis I 7% B4 A TE AE <1in 500 ®
450 NGLY1 Congenital disorder of deglycosylation, type 1 SERMFEECIERE1R 1lin274 ®
451 NPC2 Niemann-Pick disease, type C2 ESlREC2E <1in 500 e
452 NPHP3 NPHP3 nephronophthisis-related ciliopathies NPHP3ERHFAB T E A2 EMMER <1in 500 ®
453 NPHP4 NPHP4 nephronophthisis-related ciliopathies NPHPAEREFAB T B A2 EMMER <1in 500 ®
454 NROB1 X-linked congenital adrenal hypoplasia HEEEERUE LREEAR 1in 52500 ©
455 NR2E3 Enhanced S-cone syndrome 1B RS- EEREE 1in 204 ®
456 NsMmcg3  Lung disease,immunodeficiency, and chromosome g uppe o i o e nsn BT R R B <1in 500 °
breakage syndrome (LICS)
457 NTRK1 Congenital insensitivity to pain with anhidrosis SER MR BURVE & 85T E <1in 500 [ )
458 OAT Ornithine aminotransferase deficiency ShzE Rz E BB A <1in 500 [
459 OCA2 Oculocutaneous albinism, type Il IREERZ B R {LiESR 28 1in76 [
460 OPA3 f;r’:“der?rfq'g'“‘ac°”'° aciduria, type lll / Costeff 3-BE Y T MM SE3E/ Costeff FEIREF <1in 500 °
461 0STM1 Osteopetrosis, OSTM1-related OSTM1E R A B EALE <1in 500 (]
462 OTOA Nonsyndromic hearing loss and deafness (DFNB) 22  JEfE{RB# B iE (B IRIE 55228 <1in 500 [ ]
463 OTOF Nonsyndromic hearing loss and deafness (DFNB) 9 JEfEfRB¥ B iE (B IEIE5E0R 1in 96 ([ ]
464 P3H1 Osteogenesis imperfecta, type VIII RBAEES 8 B <1in 500 (]
465 PANK2 Pantothenate kinase-associated neurodegeneration Z# 8RS RA N 2 19 &R bR TR 1in 289 L]
466 PCBD1 thAamM{mbMdMMMddwwm$eWcm IS FP R R R K BB A S <1in 500 °
deficiency

267 PCNT ::Il;)cer(?;:ephalic osteodysplastic primordial dwarfism, A kR 0 <1in 500 °
468 PDHA1 Pyruvate dehydrogenase E1-alpha deficiency IS B AR SRS R = FEE1-alphaZy <1in 750000 ©
469 PDHB Pyruvate dehydrogenase E1-beta deficiency IS AR SRS R Z FEE]-beta <1in 500 o
470 PEPD Prolidase deficiency PR S BS R RE FA = fE 1in 242 (]
471 PET100 Mitochondrial complex IV deficiency, nuclear type 12 $12EZERMREEESBIVIAZIE 1in 452 [ )
472 PEX10 Zellweger spectrum disorders, PEX10-related PEX10E EFAZellweger R iE (R B 1in 406 L]
473 PEX12 Zellweger spectrum disorders, PEX12-related PEX12E E HR3Zellweger K AEfE B¥ <1in 500 ]
474 PEX13 Zellweger spectrum disorder, PEX13-related PEX13EF AR B ERKE <1in 500 ]
475 PEX16 Zellweger spectrum disorder, PEX16-related PEX16E F AR BB KE <1in 500 ®
476 PEX26 Zellweger spectrum disorders, PEX26-related PEX26E F AR ER CE <1in 500 ®
477 PEX5 Zellweger spectrum disorder, PEX5-related PEXS5EE (X 4 B8 A% FC e 1in408 L]
478 PEX6 Zellweger spectrum disorders, PEX6-related PEX6EEHRAZellwegerRiE I EE 1in 280 L]
479 PFKM Glycogen storage disease, type VIl FTEERETRIESR 7Y <1in 500 (
480 PGM3 rrr(.?rl\r:ljr—lc;(()jr;?;?el':ilydzlzorder of glycosylation / ;IGMSE*EEQEEEN:?E?EE"%"/%EHB&E%B <1in 500 °
481 PHKB Glycogen storage disease, type IXb PR TRAE IXbEY <1in 500 °
482 PHKG2 Glycogen storage disease, type IXc PFEE AR AE IXCEY <1in 500 °
483 PHYH Refsum disease Refsum¥® <1in 500 (
484 PIGN PIGN-related disorders PIGNE R 8B %& R <1in 500 °
485 PJVK Nonsyndromic hearing loss and deafness (DFNB) 59  JFfiEf# & B iE @ 14 FE1R 55598 <1in 500 °
486 PLCE1 Steroid-resistant nephrotic syndrome, type 3 B R S R B R AE (R B¥ SR 3 EY <1in 500 °
487 PLEKHG5  PLEKHG5-related disorders PLEKHGSE R 18BA% R <1in 500 °
488 PLOD1 SP)Il.r%Dri.;;e;Iated kyphoscoliotic Ehlers-Danlos ;ODlEE$EEﬁﬁﬁfﬁﬁﬂ%ﬂEhlers-DanlosEﬂﬁ 1in158 °
489 PLP1 PLP1-related disorders PLP1ERHEIER 1in 37500 ®
490 PNPO Pyridoxamine 5’ -phosphate oxidase deficiency IS RS - WiAg M ICES ER Z <1in 500 ]
491 POLH Xeroderma pigmentosum, variant type (XP-V) BEMEZEEELER (XP-V) 1in 37500 ®
492 POMT1 Muscular dystrophy-dystroglycanopathy, type A, 1 SERM PR &EAE # BEREECINAETRFE ALY 1in 275 [ )
493 POMT2 Muscular dystrophy-dystroglycanopathy, type A, 2 SEXM PR EAE # BEREECINAETRFEA2EY 1in 465 [ )
494 POR Cytochrome P450 oxidoreductase deficiency Ml RPASORLERESRZIE 1in 370 ]
495 POUTF1 :ch:ar:liined or isolated pituitary hormone deficiency, T T RN S 1R <1in 500 °
496 PRCD Retinitis pigmentosa 36 RAEERREE36E <1in 500 °
497 PRDM5 Brittle cornea syndrome 2 AERSSE RS2 <1in 500 °
498 PRF1 Familial hemophagocytic lymphohistiocytosis 2 SR I M I 1T 14 4 AR A A R S8 A T 5B 2 B <1in 500 °
499 PRPS1 PRPS1-related disorders PRPS1E R 18BIAEA 1in 500000 ®
500 PSAP (I;/Ieeﬁt:ice:rcc;matlc leukodystrophy due to saposin B Saposin BIAS BRI B A B <1in 500 °
501 PTPRC Severe combined immunodeficiency, PTPRC-related PTPRCEREHEBRERSE RIEHRIEE <1in 500 ]
502 PUS1 Myopathy, lactic acidosis, and sideroblastic anemia  AL7R£ & (7L B4 14 88 h 35 R S 40 4T M 3Kk 14 B 1 <1in 500 ®
503 PYGM Glycogen storage disease, type V I EERETRIE SRS B lin191 ®
504 QDPR Dihydropteridine reductase (DHPR) deficiency — SIREERES R Z A <1in 500 ([ ]
505 RAB23 Carpenter syndrome <1in 500 L]
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506 RAG1 Severe combined immunodeficiency, RAG1-related RAG1HHEARESES R GEAGIE lin 245 (]
507 RAG2 Severe combined immunodeficiency, RAG2-related RAG21RBIREE S B RIETAIETE <1in 500 (]
508 RARS2 Pontocerebellar hypoplasia, type 6 LN R S L] <1in 500 ®
509 RDH12 Leber congenital amaurosis 13 RARERERBESRIIE 1in 456 o
510 RLBP1 RLBP1-related retinopathies RLBP1E F 8RR 48R & 1in 296 ®
511 RNASEH2A  Aicardi-Goutieres syndrome 4 Aicardi-GoutiéresiE R #5545 <1in 500 ®
512 RNASEH2B  Aicardi-Goutieres syndrome 2 Aicardi-GoutiéresjE R 8#55 25 <1in 500 ®
513 RNASEH2C  Aicardi-Goutieres syndrome 3 Aicardi-GoutieresfE 2 8#553 5 <1in 500 ®
514 RP2 Retinitis pigmentosa 2 RPEERREHE2R 1in 58000 ®
515 RPE65 Leber congenital amaurosis 2 FARERERBAES 2R 1lin 228 ®
516 RPGR Retinitis pigmentosa 3 RPEERREHEIR 1in 20000 ®
517 RPGRIPIL  Ciliopathies, RPGRIP1L-related RPGRIP1LEE HHEAHEER 1lin 259 )
518 RS1 Juvenile retinoschisis, X-linked MR B E AR MR AESIEE 1in 2500 €]
519 RXYLT1 Muscular dystrophy-dystroglycanopathy, type A, 10  5EX M PYR B AE 4 BEREE LT AEFRFEALOR <1in 500 ()
520 RYR1 RYR1-related disorders RYR1EE &R 1in 150 o
521 SAMD9 Normophosphatemic familial tumoral calcinosis 1B MR R iR AR AR S5 (B AE <1in 500 (]
522 SAMHD1  Aicardi-Goutieres syndrome 5 Aicardi-GoutieresfE{ZE #5555 <1in 500 (]
523 SBDS Shwachman-Diamond syndrome SEECAE 1in 145 [ )
524 SCARB2  Action myoclonus renal failure syndrome EEMEAN PR - B RIBAEIREF <1in 500 [ )
525 SCOo2 Mitochondrial complex IV deficiency, nuclear type 2 $2RiZER MR IZE S VIR ZE 1lin149 ®
526 SEC23B Congenital dyserythropoietic anemia, type Il SERMAMKERREHBEME "R <1in 500 (]
527 SEPSECS  Progressive cerebello-cerebral atrophy ETWNEARERE <1in 500 L]
528 SGCD Limb-girdle muscular dystrophy, type 6 BT BUB P R R AE SR 6B <1in 500 (]
529 SKIC2 Trichohepatoenteric syndrome 2 £ - I - BIERSE2R <1in 500 ®
530 SLC12A1  Bartter syndrome, type 1 EHERFE1IR 1in 360 ®
531 SLC12A3  Gitelman syndrome SR SRR 1in100 ®
532 SLC19A2 ’I-‘lll.l‘i::ﬂll:’:leprllbIVE meygaiovidsuc dnerriid mﬂf?ﬁﬁ'ﬁﬁﬁﬁmﬂﬂgﬂﬂﬁﬂiﬁ <l in 500 .
533 SLC19A3  Biotin-thiamine-responsive basal ganglia disease EYR-TREREEEEZER 1in120 L]
Spastic tetraplegia, thin corpus callosum, and B B A RS 8 57 B E 1T 1/ BRAE "2 T M4 T S i .
>34 SLC1A4 pr:ogressive rzic?ocephaly P fiE {5 B¥ <lin500 ¢
535 SLC25A20  Carnitine-acylcarnitine translocase deficiency PYERREE PN RIS (I AR Tk = AE <1in 500 °
536 SLC26A3  Congenital secretory chloride diarrhea 1 SERMSHERIEYERESE1IR <1in 500 [
537 SLC27A4  Ichthyosis prematurity syndrome BERABRERRN <1in 500 [
538 SLC38A8  Foveal hypoplasia 2 ENMBEL2HE2R <1in 500 °
539 SLC39A4  Acrodermatitis enteropathica 97 222 14 B D B 1 3¢ lin354 ]
540 SLC45A2  Oculocutaneous albinism, type IV IR 578 B {EAESR4 R 1in 158 °
541 SLC4A1l ! Sal UySUOPLy alla prrcepuive dediiess AEKEENR SR EE <1in 500 °
542 SLC4A4 Renal tubular acidosis BINEUKRTS <1in 500 °
543 SLC5A5 Thyroid dyshormonogenesis 1 NS e ot ki <1in 500 °
544 SLCGAS C.reatine transporter d_efect, S_LF6A8-reIated, X- SL(_:GASEE$EEEHRMEEE*F§E/7(E§§ME§MEE 1in 20600 ®
linked / Cerebral creatine deficiency syndrome =8
545 SMARCAL1  Schimke immunoosseous dysplasia chimke& BB #EARRAE <1in 500 ®
Cerebral dysgenesis, neuropathy, ichthyosis, and CEDNIKAEfREE (BER 2 - MERE - AR .
>46 SNAP29 palmoplan);a? keratodermanCEgNlK) s;,ndrome - Eﬂﬁ%ﬂ:ﬁfﬁ% ) <Lin 500 d
547 SPG11 SPG11-related disorders SPG11E R MR &EA lin141 °
548 SPR Sepiapterin reductase deficiency BRI ERERZE <1in 500 °
549 SRD5A2 5-alpha-reductase deficiency 5-cdE REBRZAE <1in 500 °
550 ST3GAL5  Amish infantile epilepsy syndrome Amish 22 R RRFIAE (R B <1in 500 °
551 STAR Lipoid congenital adrenal hyperplasia SERMEBRAG 1B £ AR 52 B I A AE <1in 500 °
552 STX11 Familial hemophagocytic lymphohistiocytosis 4 IR I {4 I I 14 59 4L 486 A R 380 A JE SR 4 BY 1lin 354 °
553 STXBP2 Familial hemophagocytic lymphohistiocytosis 5 IR I {4 I 1T 14 59 4L 488 A B 380 A JE S8 5 Y 1in 296 °
554 SUOX Isolated sulfite oxidase deficiency B nmEEaCIERZE <1in 500 °
555 SURF1 SURF1-related disorders SURF1E R 18 ER 1lin 316 °
556 SYNE4 Nonsyndromic hearing loss and deafness (DFNB) 76  JFfiEf&B# BYiE (B IRIE 55768 <1in 500 °
557 (f:rAnseArT;‘II"\/l\Z) Barth syndrome E AR R 1in 225000 [©)
558 TANGO2 Recu.rrent metab.olic crises with rhabdomyolysis, RERHBHSHERNEE  MERBEMLR <1in 500 °
cardiac arrhythmias, and neurodegeneration it
559 TAT Tyrosinemia, type Il BRARES MESR2E <1in 500 °
560 TBCD Early-onset prqgressive encephalopathy with brain BT I I I E R B IR R <1in 500 °
atrophy and thin corpus callosum
561 TBCE TBCE-related disorders TBCERFEHRIER <1in 500 ]
562 TCIRG1 Osteopetrosis, infantile malignant, TCIRG1-related ~ TCIRGIEREERABR R B M S ERAILE lin 316 ]
563 TCN2 Transcobalamin Il deficiency BRI E || (RZAE <1in 500 L]
TECPR2-related hereditary sensory and autonomic ~ TECPR2ZEFHRiEE R BE B THERESH .
>64 TECPR2 neuropathy with intelleczal disal?illity ERERETE <lin500 ¢
565 TERT Dyskeratosis congenita spectrum disorders SERMBERREZZER <1in 500 °
566 TF Atransferrinemia EBEEEENEEMN lin116 °
567 TFR2 Hereditary hemochromatosis, type 3 EEMMEIEE (MEeRNER ) H3E <1in 500 °
[ ]

568 TG Thyroid dyshormonogenesis 3 ﬁaﬂﬁﬂﬁﬁﬁiﬁﬂﬁﬁ%ﬂ! lin 217
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569 TJP2 Progressive familial intrahepatic cholestasis 4 ETUREEFAIETFEESIR <1in 500 ®
570 TK2 TK2-related mitochondrial disorders TK2E R 18RRI AR RE B R <1in 500 ®
571 T™MC1 Nonsyndromic hearing loss and deafness (DFNB) 7 JEfEfRB¥ R & (£ IBBEE 7R 1in 96 ®
572 TMEM67  TMEMG67-related disorders TMEM67E E R %% lin216 ()
573 TMPRSS3  Nonsyndromic hearing loss and deafness (DFNB) 8 JEfE{R ¥ BB {E 4 IZI5 5585 1in 96 ®
574 TNXB TNXB-related classical-like Ehlers-Danlos syndrome  TNXBEE#HBA4E8 & Ehlers-DanlosiE &3 lin28 ®
575 TPO Thyroid dyshormonogenesis 2A BRI R EMERSE2AR 1in 227 e
576 TREX1 TREX1-related disorders TREX1EF &R <1in 500 ®
577 TRIM32 TRIM32-related disorders TRIM32EF ISR <1in 500 ®
578 TRIM37 Mulibrey nanism RIFESHIMA - BT - B - IREE <1in 500 ®
579 TRMU Acute infantile liver failure BRSUFRIE <1in 500 ®
580 TSEN2 Pontocerebellar hypoplasia, type 2B Bl E A R AES2BE <1in 500 ®
581 TSEN54 Pontocerebellar hypoplasia, types 4 and 2A R\ E A RESE2ATI B4R <1in 500 ®
582 TSFM Combined oxidative phosphorylation deficiency 3 ~ #& M SILBBETAZAES 3R <1in 500 ®
583 TSHB Congenital hypothyroidism, TSHB-related TSHBE R R £ R PARIRINEEE T <1in 500 L]
584 TSHR Congenital hypothyroidism, TSHR-related TSHRE EHEA ST X 14 BBk R B AE(E T £E 1lin 322 ®
585 TTC37 Trichohepatoenteric syndrome 1 EE - Thi - BBEEIRRE1E 1in 381 o
586 TTC8 Bardet-Biedl syndrome 8 EE-2ERERRHER <1in 500 (]
587 TULP1 TULP1-related disorders TULP1EFEERIER 1in 186 [ )
588 TYMP :;'I;‘:Chmd”a' DNA depletion syndrome 1, MNGIE o) #1088 DN AFE 185 122 ( MNGIEZ ) <1in 500 °
589 TYR Oculocutaneous albinism, type | IRIERZER{EES1E 1in 20 [
590 TYRP1 Oculocutaneous albinism, type IlI IRIERZ B {EES3E 1in 488 [
591 UBA1 X-linked infantile spinal muscular atrophy HHEER RSN NS <1in 750000 )
592 UBR1 Johanson-Blizzard syndrome Johanson-Blizzard i & 8% 1in 250 (
593 UNC13D  Familial hemophagocytic lymphobhistiocytosis 3 SR IR 1 DA T 14 4 ED AR AR A BB A JE SR 3 BY <1in 500 °
594 UPB1 Beta-ureidopropionase deficiency B-IRERBEEBTRZE <1in 500 °
595 VDR Vitamin D-resistant rickets, type 2A HERDKE M MDIBRBE2AE <1in 500 ()
596 VLDLR VLDLR-associated cerebellar hypoplasia VLDLREE R/ iE B R 2 AE <1in 500 °
597 VPS11 Hypomyelinating leukodystrophy 12 BRSO ERBES12E <1in 500 [
598 VPS13A Choreoacanthocytosis FEINE- IR AL AR BRIE 2 0 <1in 500 °
599 VPS13B Cohen syndrome BHBEMRRE <1in 500 [
600 VPS45 Severe congenital neutropenia 5 BRELEREEPHEOMIKETESRSE <1in 500 [
601 VPS53 Pontocerebellar hypoplasia, type 2E B/ B R 2 ES2ER <1in 500 °
602 VRK1 Pontocerebellar hypoplasia, type 1A NHBEBERRESLIA R <1in 500 °
603 VSX2 Microphthalmia / Anophthalmia SER M /NRIRAE/ FARIKAE <1in 500 °
604 WNT10A Odonto-onycho-dermal dysplasia / Schopf-Schulz- 7 - {58 - &%??EKEE{I;?# / Schépf-Schulz 1in 305 °
Passarge syndrome —PassargefE {8
605 WRN Werner syndrome WernerfE## lin224 L]
606 WWOX WWOX deficiency WWOXERZ fE <1in 500 ®
607 XPA Xeroderma pigmentosum, group A BRUIREAR <1in 750000 ]
608 XPC Xeroderma pigmentosum, group C EEMRERECH 1in 38000 (]
609  zBTB24  'Mmunodeficiency-centromericinstability-facial g mumrme  mEmEsmEE®2R <1ins00 °
anomalies syndrome 2

610 ZFYVE26  Spastic paraplegia, type 15 BT EMmESE15E <1in 500 [
611 ZIC3 X-linked heterotaxy-1 HHIEENRELESIR 1in 375000 )
612 ZNF469 Brittle cornea syndrome 1 AR EER S 1R <1in 500 (
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