Carrier Screening - 302 Genes

T EERE - 302 AR

No. 475 | GENE A A7 DISORDER IR

1 HMGCL 3-hydroxy-3-methylglutarayl-CoA 3-FREL-3-HHEL K — L EFAHMG-CoA) 2
(HMG-CoA) lyase deficiency RN = E

2 ABCCS8 ABCC8-related disorders ABCCS8HEER

3 MTTP Abetalipoproteinemia #EBREE A [MIAE

4 ACAD9 ACAD?9 deficiency @mﬁAz ST = iE

5 CNGB3 Achromatopsia (CNGB3-related) 15 (CNGB31H[)

6 SLC39A4 Acrodermatitis enteropathica oGP B e K7 3%

7 ADA Adenosine deaminase deficiency R A 2 R = i

8 SAMHDL Alcard Souterss syncrome Aicardi-Goutieres(si i SAMHDL )

9 CYP11B2 Aldosterone synthase deficiency Mt [ & Rl B ER = fE

10 MAN2B1 Alpha-mannosidosis o-H B ETEE

E Ezii Alpha-thalassemia FH AU R

13 ATRX Alpha-thalassemia X-linked FE R g R E R T4
intellectual disability syndrome fiE

14 COL4A3 Alport Syndrome (COL4A3-related) | go{H 4 EE(COLAA3NH )

15 COL4A4 Alport Syndrome (COL4A4-related) | 5o{H 4 EE(COLAALKH )

16 COL4A5 élg?gé)Syndrome, X-linked (COL4A5- VR 2 42 24 (COLAAS )

17 ALMS1 Alstr&m syndrome o] B i A &

18 SLC12A6 Andermann syndrome T B O

19 ARG1 Arginase deficiency &R IEEEEL = E

20 ASL Argininosuccinic aciduria KR EIE IS PRIE

21 CYP19A1 Aromatase deficiency H L=

22 ASNS Asparagine synthetase deficiency KPR & e = i

23 AGA Aspartylglucosaminuria KA & NEE PR IE

24 TTPA Ataxia with vitamin E deficiency e e R P A A ERL =

25 ATM Ataxia-telangiectasia R e SR S TR i

26 AIRE Autoimmune polyendocrinopathy with| 5 58 G4 26 [N 47 ik S fa 8 S Bk H 8
candidiasis and ectodermal dysplasia | w464 R BLRE

27 LOXHD1 Autosomal recessive deafness 77 T gl T T R

28 SACS Autosomal recessive spastic ataxia of | Charlevoix-Saguenay i 4 i ga s e &8 1
Charlevoix-Saguenay (ARSACS) e

29 BBS10 rBe?;?:;;Bledl syndrome (BBS10- o - 5 [ 4 2 (BBS 104E )

30 BBS12 rBe?;?:é;Biedl syndrome (BBS12- o - 5 4 247 (BBS 124 B8

31 BSND Bartter syndrome type 4A RREEARWA=EE S Hey=cV Y. Pial

32 BBS1 BBS1-related disorders BBS1IHREESER
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33 BBS2 BBS2-related disorders BBS2FHEE =R
34 ACAT1 Beta-ketothiolase deficiency B- Pl il G = JiE
35 BLM Bloom syndrome TR 4EEhE
36 ASPA Canavan disease NS EEE A BIE
37 CPS1 Carbamoylphosphate synthetase |
deficiency SR B AP
38 CPTIA Carnitine palmitoyltransferase | g LR et N
39 CPT2 Carnitine palmitoyltransferase |1 £ ke R A \
deficiency AR AR B R =
40 RAB23 Carpenter syndrome (RAB23-related) | Carpenters=&iE(RAB231H )
41 RMRP Cartilage-hair hypoplasia-anauxetic oS B2 5 e 4 LA
dysplasia spectrum disorders WH-BREF T -SRI
42 CYP27A1 Cerebrotendinous xanthomatosis NS Bt e R
43 CFTR CFTR-related disorders (including .y Ty
ovetic fbrosis) CRTRAR B (ELTBEAR A4t )
44 NDRG1 Charcot-Marie-Tooth disease N
i PAce ,rzv,
(NDRGL related) HEF TR 1 2 4 (NDRGLIHRR)
45 GJB1 Charcot-Marie-Tooth disease, X- HELT MR M S ZE HEE M T i (H(GIB1
linked (GJB1-related) FERE)
46 VPS13A Chorea-acanthocytosis SR P IRAT T ERE
47 CHM Choroideremia ARES R IE
48 CYBA Chronic granulomatous disease R A e
49 CYBB Chronic granulomatous disease ey R
(CYBB1elatod) M PAT B (CY BBHHR)
50 SLC25A13 Citrin deficiency TS RE AT EE
51 ASS1 Citrullinemia type 1 TS e S 1Y
52 ERCCS8 Cockayne syndrome type A TSR K &FEEAR
53 ERCC6 Cockayne syndrome type B AR K &EEEBRY
54 VPS13B Cohen syndrome RIE &SI
55 ACSF3 Combined malonic and methylmalonic| 7 — [ & FHFEEPN —fE G & PR E(ACSF34H
aciduria (ACSF3-related) )
56 GFM1 Combined oxidative phosphorylation | ;. . .. . pege ;
deficiency (GFM1-related) GEE MR Lk = E(GFMLHRR)
57 TSFM Combined oxidative phosphorylation | ;. . .. 1. pege ; ,
58 LHX3 Combined pituitary hormone 4 S = S ,
deficiency (LHX3-related) ST T AR SRR (LHXSHRRH)
59 PROP1 Combined pituitary hormone e A S T TR -
deficiency (PROP1-related) AR T R R SRR (PROPLAERA)
60 CYP11B1 Congenital adrenal hyperplasia due to LB P11 RER ;
11-beta-hydroxylase-deficiency PURIER LRI AEAE- TIBAE EASRRICAE
61 CYP21A2 Congenital adrenal hyperplasia due to B FE_OER y
21-hydroxylase deficiency JOAMER LRI EIE 2L LG RE
62 HSD3B2 Congenital adrenal hyperplasia due to | K4 EF b B i A= e SPFCEL LA [E AR UG

3-beta-hydroxysteroid dehydrogenase

iR = JE28
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type 1l deficiency

63 MPL Congenital amegakaryocytic , 4 !
rombooytopenta SR M BRI R A

64 ALG6 Congenital disorder of glycosylation , =y
(AL Gt rolated) SR AL L (ALGOAFIR)

65 MPI Congenital disorder of glycosylation , ey
(MPLrolated) SRR CHI(MP LAERE)

66 PMM2 Congenital disorder of glycosylation , ey
(PMM2-related) SRR EA (PMM2FE )

67 TGM1 Congenital ichthyosis (TGM1-related) | 5K (& ik fE(TGMLFHTREE)

68 NTRK1 Congenital insensitivity to pain with Y AT

69 CHRNE Congenital myasthenic syndrome , PRSP

70 SLC4A11 Corneal dystrophy and perceptive 5 2 S -

71 CYP17A1 CYP17A1-related disorders CYP17ALHER R

72 CTNS Cystinosis idiens

73 DHDDS DHDDS-related disorders DHDDSHHEE B

74 DLD Dihydrolipoamide dehydrogenase T AR ;
deﬁCiency (DLD) —‘QE/ILE'\EEMHQHREE%;{‘iﬁ

75 DMD DMD-related dystrophinopathy FEITC HILA Z 45 E (DM DAH )

76 DYSF Dysferlinopathy A OB EAALE &R BIE

77 COL7A1 Dystrophic epidermolysis bullosa EEAR B AR R AR E(COLTALM
(COL7A1-related) )

78 ADAMTS2 Ehlers-Danlos syndrome, £ Al 27 HF 0 Loy ey 1) g7
dermatosparaxd tybe SR R TR i B )

79 EVC Ellis-van Creveld syndrome (EVC- [ T 422 g

80 EVC2 Ellis-van Creveld syndrome (EVC2- £ PR 42 Ay

81 EMD Emery-Dreifuss muscular dystrophy Arai S
(EMD-related) Emery-DreifussHL/A1Z 4 (EMDAEEE)

82 NR2E3 Enhanced S-cone syndrome/retinitis T QA4 Aoy [ LR RES (1 S48 T T
lgmentosa 37 NSRS o A 3T

83 ETHE1 Ethylmalonic encephalopathy CFERN RS e

84 GLA Fabry disease EARERECRE

85 F9 Factor IX deficiency (Hemophilia B) | SR F-1XE: = fE (28 1 & 9%)

86 ELP1 Familial dysautonomia FIEMEE TS E

87 LDLR Familial hypercholesterolemia (LDLR- . r o nee meries s
related) KIS E R (LOLRAER)

88 LDLRAP1 Familial hypercholesterolemia S b e e FE{ S (1 o

89 FANCA Fanconi anemia type A SERHE &AL

90 FANCC Fanconi anemia type C SERlEZmCHY

91 FANCG Fanconi anemia type G SERIEZImGHY

92 FKRP FKRP-related disorders FKRPHHEE SR
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93 FKTN FKTN-related disorders FKTNAHRE =R

94 FMR1 Fragile X syndrome BEMEX S ERE

95 FH Fumarate hydratase deficiency TEGHZ TGl = iE

96 GALK1 Galactokinase deficiency galactosemia| F Z Gt = fiE

97 GALT Galactosemia (GALT-related) “EHUBEME(GALTAEE)

98 GBA Gaucher disease =B E

99 SLC12A3 ?eilgetgg)an syndrome (SLC12A3- ot @ A S| C12A3FR)

100 GJB2 GJB2-related DFNB1 nonsyndromic | GIB24H R DFNB1IJ % & M a4 Fl
hearing loss and deafness His

101 GLE1 GLE1-related disorders GLELIHRESZER

102 GCDH Glutaric acidemia type | TR REMmE LAY

103 ETFA Glutaric acidemia type 1A TR REIME2AR

104 ETFDH Glutaric acidemia type IIC TR REMmIE2CHY

105 AMT gllgfelgf encephalopathy (AMT- H R (AM TR

106 GLDC gllzggge encephalopathy (GLDC- SRS (GLDCHR)

107 G6PC1 Glycogen storage disease type 1A HTEEEEFE LAY

108 SLC37A4 Glycogen storage disease type 1B HTEEEEFE 1B A

109 GAA E;Igﬁqc;geegizz(;r;%e disease type Il BT R 2 (8 EL s

110 AGL Glycogen storage disease type 11l R iR L FRE 3R

S s e | FRAE AR5 0

112 PYGM Glycogen storage disease type V HT IR 5 FRE SR

113 PFKM Glycogen storage disease type VII KT AR e 78

114 BCS1L f; SR:r\é:elrlgE syndrome/BCS1L -related GRACILESS &/BCSLLIIRE 25

115 GAMT dGel#?giie(]Ir:ESaCEtate methyltransferase WL 7 s FF L RS T =

116 HBB HBB-related hemoglobinopathies HBBHEEIMAL & 1 E

117 ALDOB Hereditary fructose intolerance (M SR N TPE

118 HJV I(—I:Jr\e/d_lrtealger:je)mochromatoms type 2 S 1 8 25T 2 R (HIVAR )

119 TFR2 Hereditary hemochromatosis type 3 M e 22 (3R

120 HPS1 Hermansky-Pudlak syndrome type 1 | Hermansky-Pudlak&z&E 1%

121 HPS3 Hermansky-Pudlak syndrome type 3 | Hermansky-Pudlak&z&E3%

122 HLCS Holocarboxylase synthetase deficiency| 26248 {EEGEHL = jiE

123 CBS Homocystinuria due to CBS deficiency| Bithifistp e pifisth = M=t &8 FRE

124 MTHFR Homocystinuria due to MTHFR SRR PRE (IRIf = oo FH BL VU S B R 1
deficiency =)

125 MTRR Homocystinuria, cobalamin E type SRR EE PR E (BhfZ Z EARY)

126 HSD17B4 HSD17B4-related disorders HSD17BAtHEE =IH
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127 HYLS1 Hydrolethalus syndrome type 1 Hydrolethaluszz & E 1%
128 SLC25A15 Hyperornithinemia-hyperammonemia- | 15 & &/ - = & MUE-[F 2 N &R R EE
homocitrullinuria (HHH) syndrome EE
129 EDA Hypohidrotic ectodermal dysplasia [r T ; ,
130 ALPL Hypophosphatasia (B B lR e
131 GNE Inclusion body myopathy 2 BLES R 3% 228
132 IVD Isovaleric acidemia e fTRE
133 TMEM216 Joubert syndrome 2/TMEM216-related - == po A ooy .
134 LAMB3 Junctional epidermolysis bullosa A N |
135 LAMC?2 Junctional epidermolysis bullosa ~N N |
136 KCNJ11 KCNJ11-related disorders KCNJ11AHREE B
137 GALC Krabbe disease ERANRENS A& 2 BT (Krabbedis)
138 LAMA2 LAMAZ2-related muscular dystrophy | LAMA2AHEEFIL A EE
139 LAMA3 LAMAZ3-related disorders LAMA3FHEEZH
140 CEP290 Leber congenital amaurosis 10/ AR B S R M B G 1078 /CEP290FH B8 5=
CEP290-related disorders 5
141 RDH12 Leber congenital amaurosis 13 HAQ L S R ARG 137
142 LCA5 Leber congenital amaurosis 5 HAQ B S R B G 57
143 CRB1 Leber congenital amaurosis 8/CRB1- | ... , RO ] s
related disorders A R SR M RIS 8 /CRBLAH R I
144 LRPPRC b(;lgh syndrome, French Canadian Leighte & s £ e s ARl
145 EIF2B5 Leukoencephalopathy with vanishing JE— Jo—
white matter (EIF2B5-related) HEFRkE BT (BIF2BSAHEH)
146 CAPN3 Limb-girdle muscular dystrophy type - - 5l .
147 Limb-girdl I h "
SGCG 2Clzmb girdle muscular dystrophy type RS TR A 2 2R RE2C Y
14 A Limb-girdl I h "
8 SGC 2||3mb girdle muscular dystrophy type S TR Ay S 2 fE2D R
149 SGCB Limb-girdle muscular dystrophy type ] - 5]
150 STAR Lipoid congenital adrenal hyperplasia | 4G MEFARE B R 528 5 A E
151 LPL Lipoprotein lipase deficiency e O s 25 =
152 HADHA Long chain 3-hydroxyacyl-CoA T e . |
dehydrogenase (LCHAD) deficiency ST LR SR I
153 SLC7A7 Lysinuric protein intolerance FESAER B O AN E
154 LIPA Lysosomal acid lipase deficiency BB rEEE Al e = iE
155 CIHTA Major histocompatibility complex F RS E & LB TG
class Il deficiency (CIITA-related) (CNTAFHEE)
156 BCKDHA Maple syrup urine disease (MSUD) A ]
157 BCKDHB Maple syrup urine disease (MSUD) HEUE PR E 1B
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type 1B

158

DBT

Maple syrup urine disease (MSUD)

e PR 27
ype 2 A2
159 ACADM Medium chain acyl-CoA TR A - ;
dehydrogenase (MCAD) deficiency PERRIEA L QISR AT
160 MLC1 Megalencephalic Ieukoencephalopathy AR -
with subcortical cysts type 1 R TERS BV R T R B
161 ATP7A Menkes disease/ATP7A-related = . s
162 ARSA Metachromatic leukodystrophy g
(ARSArelated) RS BB B (ARSATHE)
163 MMAA Methylmalonic acidemia (MMAA- e
related) HEE R E(MMAATHRR)
164 MMAB Methylmalonic acidemia (MMAB- e
related) P I L (MMABIERE)
165 MMUT Methylmalonic acidemia (MUT- -
166 MMACHC Methylmalonic acidemia with FH RSN BB IIRE (= DA [ RE (Bhfg 22 C
homocystinuria, cobalamin C type )
167 MMADHC Methylmalonic acidemia with FHELPN BB MAE O = BERERE UE (854 2D
homocystinuria, cobalamin D type )
168 VSX2 Microphthalmia /clinical anophthalmia T I P A L IS T 2
(VSX2-related) /N e T2/ PR R s 2 (V S X2AH )
169 NDUFAF5 Mitochondrial complex | deficiency/ | fir 4RSI 21 &G = fE/Leigh4E &hE
Leigh syndrome (NDUFAF5-related) | (NDUFAF5#H)
170 NDUFS6 Mitochondrial complex | deficiency/ | fu4Rpels 2 & &Gk = fE/Leigh%E &iE
Leigh syndrome (NDUFS6- related) | (NDUFS6#HRE)
171 MPV17 Mitochondrial DNA depletion p— PN
syndrome (MPV17-related) HLERAG DNAFENE &7 EHE (MPV LTAHRH)
172 PUS1 Mitochondrial myopathy and o JE BT sh e 5]
Sideroblastic anemnia 1 i SR TS AT 2 1
173 TYMP Mitochondrial neurogastrointestinal |y g sy s 2 e e s,
encephalopathy (MNGIE) disease RLERAG AL BT R S
174 MKS1 MKS1-related disorders MKS1AH B 5%
175 GNPTAB Mucolipidosis type 1I/111 (GNPTAB- LR 5]
related) AHEEE2/37Y(GNPTABAHEE)
176 GNPTG Mucolipidosis type 111 (GNPTG- L He g ]
related) R EDE 37 (GNP TG )
177 MCOLN1 Mucolipidosis type 1V FhAEEE4RY
178 IDUA Mucopolysaccharidosis type | FLHEE LAY
179 IDS Mucopolysaccharidosis type Il (Hunter 551l PPN
syndrome) 5% BB (R IR A )
180 SGSH Mucopolysaccharidosis type 1A 7 i, JH] (ot Jx g A
(Sanflllppo A Syndrome) ?lj_?l 5@%E3Ai(£gﬁ$u)ra&wﬂ< — EA:b)
181 NAGLU Mucopolysaccharidosis type 111B & - P
(Sanfilippo B syndrome) WS MREIBI (RIEFI AR SR e BAY)
182 HGSNAT Mucopolysaccharidosis type I11C

(Sanfilippo C syndrome)/retinitis

pigmentosa 73

Hh 2 MEE3CHY (BEIEAAH R &R A ECAY) A
AR L Z RT3
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183 GNS Mucopolysaccharidosis type 111D £ 42, i U (HESER 4 A PR
(Sanfilippo D syndrome) W2 BRESDI (EIRAIRR e S DY)

184 GLB1 Mucopolysaccharidosis type 1VB 555 B AB T (B Z5E 4 & FEBY)/GML
(Morquio B syndrome)/GM1 Z:EPPZE;%HE &%;;_%i &reEBAY) fH
gangliosidosis R AEfERTRUIE

185 ARSB Mucopolysaccharidosis type VI £ 52 2 6 T ; PPN
(Maroteaux-Lamy syndrome) WS MRITE6 (Maroteaux-LamySr i)

186 HYAL1 Mucopolysaccharidosis type 1X FEHEE R

187 SUMF1 Multiple sulfatase deficiency 2SR BE ARG =

188 NAGS N-Acetylglutamate synthase R A |
Aot N- Z B P 2 o

189 NEB Nemaline myopathy 2 TR EE A -27

190 AQP2 Nephrogenic diabetes insipidus miz) ey

191 NPHS1 Nephrotic syndrome/ congenital B
Finnish nephrosis (NPHS1-related) B e (NPHSTAHRH)

192 NPHS2 Nephrotic syndrome/steroid-resistant | o B 42 Aoy
nephrotic syndrome (NPHS2-related) BB B3 A (NPHS2AH )

193 TPP1 gf:tzzgal ceroid-lipofuscinosis (TPP1- RS R B T2 (TPP AR )

194 CLN3 Neuronal ceroid-lipofuscinosis S S

195 CLN5 Neuronal ceroid-lipofuscinosis S S

196 CLNG Neuronal ceroid-lipofuscinosis S S

197 MFSD8 Neuronal ceroid-lipofuscinosis 14T S 2 H 2 5 ,
(MFSD8-related) A TR HE faE ) (EE(MFSD8AHER)

198 PPT1 L\IEIe:tre%r;al ceroid-lipofuscinosis (PPT1- RS R BT 225 (PP T AR )

199 CLN8 Neuronal ceroid-lipofuscinosis/ PG AR oy e S R DT R i s | WAk - b [
Northern epilepsy (CLN8-related) (CLN8#HEH)

200 SMPD1 Niemann-Pick disease type A/B JEEUCEEA/BRY

201 NPC1 Niemann-Pick disease type C (NPC1- = O

202 NPC2 Niemann-Pick disease type C (NPC2- = O

203 NBN Nijmegen breakage syndrome SRS ST

204 OPA3 OPA3-related conditions OPA3MHEE B

205 OAT Ornithine aminotransferase deficiency | &z iz iz Bl = fiF

206 OTC Ornithine transcarbamylase (OTC) g 4
deficioncy Bt o P SRS B B

207 TCIRG1 Osteopetrosis (TCIRG1-related) HEAEEE(TCIRGLAHE)

208 SLC26A4 Pendred syndrome Pendred (X 4% EE

209 ACOX1 Per_o>.<|somal acyl-CoA oxidase B S EEE ELERA S (LB =
deficiency

210 PAH Phenylalanine hydroxylase deficiency

(including Phenylketonuria (PKU))

RN AR bR R = E (B AE AR PROE)
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211 PHGDH Phosphoglycerate dehydrogenase Fsls H RSB SUEE= Ji/Neu-Laxovaks
deficiency/Neu-Laxova syndrome type| . ' ’
1 = E]-:b

212 PKHD1 rPec;L);é:é/)stlc kidney disease (PKHD1- % 3B (PKHDAHRH)

213 ADGRG1 Polymicrogyria (ADGRG1-related) % /N El (ADGRG1AHEE)

214 POMGNT1 POMGNT1-related disorders POMGNTLHHEE BN

215 RARS2 rPec;;;[gg)erebelIar hypoplasia (RARS2- Fah NG B R 4 (RARS2AER)

216 SEPSECS Pontocerebellar hypoplasia e
(SEPSECS-related) i/ ] ik 55 4 52 (SEPSECSHRH)

217 MED17 Postnatal progressive microcephaly n
with seizures and brain atrophy/ 1% HE T NIRRT T AR 2 E AR 22
Infantile cerebral and cerebellar [BR ER SR/ NS ZE 4 (MEDL7HHRE)
atrophy (MED17-related)

218 SLC22A5 Primary carnitine deficiency JE S M ARG = E

219 DNAH5 rPerllgjg Ciliary Dyskinesia (DNAH5- 55 A B R DNAHS AR )

220 DNAI1 rPgllg?:ég/ Ciliary Dyskinesia (DNAI1- 55 A B TE( DNAI LR )

221 DNAI2 rPgllg?:ég/ Ciliary Dyskinesia (DNAI2- 55 A B RE( DNAIAERE)

222 AGXT Primary hyperoxaluria type 1 RS S B PR E LAY

223 GRHPR Primary hyperoxaluria type 2 R B E e PR 27

224 HOGA1 Primary hyperoxaluria type 3 JH M S E R R ESHY

225 ABCB11 Progressive familial intrahepatic 5 ST 0T

226 PCCA Propionic acidemia (PCCA-related) NEEIE (PCCAKHEE)

227 PCCB Propionic acidemia (PCCB-related) NEEIEE (PCCBAHEE)

228 PRPS1 PRPS1-related disorders PRPS1fHEE E=IH

229 PSAP PSAP-related disorders PSAPHHREEEEH

230 CTSK Pycnodysostosis B VR B R

231 PC Pyruvate carboxylase deficiency ARG #8 EEGER = E

232 PDHA1 Pyruvate dehydrogenase complex e
deficiency (PDHA1-related) PR SHGHA = i (PDHALAE)

233 PDHB Pyruvate dehydrogenase complex SR B |
deficiency (PDHB-related) PR SR SRS A Z i (PDHBAHRH)

234 RAPSN RAPSN-related disorders RAPSNAH 855

235 ATP6V1B1 Renal tubular acidosis with deafness | wy | gz b= o
(ATPGVIBL. related) BV 3SR (ATPOVBLAHRR)

236 EYS Retinitis pigmentosa 25 4R e (1 22y 52 267

237 CERKL Retinitis pigmentosa 26 4R (i 22y 52 26 Y

238 FAM161A Retinitis Pigmentosa 28 4R e (i 22y 2R 28 Y

239 PEX7 Rhizomelic chondrodysplasia punctata| f7#TimAUEikEE 25 5 B 1AE 24
type 1/ Refsum disease (PEX7-related)| f55(PEX74HEH)

240 AGPS Rhizomelic chondrodysplasia punctata

type 3

AT BRI & 5% 5 A R34
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241 ESCO2 Roberts syndrome AR ESESIE

242 RPE65 RPEG65-related disorders RPE654H B B=IE

243 RPGRIP1L RPGRIP1L-related disorders RPGRIP1LfHEEER

244 RTEL1 RTEL-1-related disorders RTEL-1FH 8505

245 HEXB Sandhoff disease Sandhoffi/GM2 IR T EF IS GEFE T

246 SMARCAL1 Schimke immuno-osseous dysplasia | SchimkefgiEH# 51 B

247 DCLRE1C Severe combined immune deficiency | wo o A s ety

248 RAG2 Severe combined immunodeficiency | ao e A s eaniy

249 VPS45 Severe congenital neutropenia due to | f§7EE 5 A MIE Hr Bk i DEE (R VP S45
VPS45-deficiency 4)

250 HAX1 Severe congenital neutropenia type 3 | &g B 5L A Mt Bk R E 3R

251 SLC17A5 Sialic acid storage disorders IR e TR E

252 ALDH3A2 Sj@yren-Larsson syndrome Sjayren-LarssonfX 45 & E

253 SLC26A2 SLC26A2-related disorders SLC26 A2FHEE =

254 SLC35A3 SLC35A3-related disorders SLC35A3HEE B

255 DHCR7 Smith-Lemli-Opitz syndrome Smith-Lemli-Opitz4£ &iE

256 ZFYVE26 Spastic paraplegia type 15 FEEEM TN B B 1578

257 TECPR2 Spastic paraplegia type 49 FEEM TN B B 4974

258 SMN1 Spinal muscular atrophy A BEVER A ZELEE

259 MESP2 Spondylothoracic dysostosis B EERE

260 COL27A1 Steel syndrome s SIE

261 LIFR Stive-Wiedemann syndrome Stive-Wiedemann4i&iE

262 HEXA Tay-sachs disease/hexosaminidase A R o A RS AL i
deficiency

263 PTS Tetrahydrobiopterin deficiency (PTS- = R ;
oplod U L S B A (PTSHIBA)

264 TRMU Transient infantile liver failure Sl A H RS

265 TH Tyrosine hydroxylase deficiency TR P i RA B BEEL = e

266 FAH Tyrosinemia type | T8 P i 1 TTohE 178

267 TAT Tyrosinemia type Il T e I T e 278

268 MYOT7A Usher syndrome type 1B/ MYO7A- g I g A 1) N
related disorders ABERAREAELBALMY OTATHRH %

269 USH1C Usher syndrome type 1C/ USH1C- TN 1]
related disorders ABER S e CAL/USHICARH R

270 CDH23 Usher syndrome type 1D TEER4ESEIDRY

271 PCDH15 Usher syndrome type IF/ PCDH15- e A -
related disorders AFER AL FA/PCDHISAHRA 7

272 USH2A Usher syndrome type HHA/ USH2A- . e Ay .
related disorders AFER AR EE2ATLIUSH2ATHBA R

273 CLRN1 Usher syndrome type 1A T ZEAEETESARY

274 ACADVL Very long-chain acyl-CoA % - |
dehydrogenase (VLCAD) deficiency FrERRREA L QIR

275 VRK1 VRK1-related disorders VRK1MHEHEER
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276 ATP7B Wilson disease &l B A% B
277 WNT10A WNT10A-related disorders WNT10AKH B89
278 ABCD1 X-linked adrenoleukodystrophy MFEHE PR EEENE
279 SLC6A8 X-linked creatine transporter
deficiency e (B A =
280 RS1 X-linked juvenile retinoschisis TRt (AR AR R S E e
281 MTM1 X-linked myotubular myopathy et N
282 IL2RG X-linked severe combined L T (e L s A P
immunodeficiency (X-SCID) PR SR o5 R
283 XPA Xeroderma pigmentosum S e R A
complementation group A & R RE-AR
284 XPC Xeroderma pigmentosum S A Ty T
complementation group C & O pE-CR
285 PEX1 Zellweger spectrum disorder (PEX1- =
olated) SERAERSECE(PEX AR
286 PEX10 Zellweger spectrum disorder (PEX10- s
elated) e 4 EC E(PEXLOTHR)
287 PEX12 Zellweger spectrum disorder (PEX12- | o) ;
elate) SEFAE RS (PEXL2AHRA)
288 PEX2 Zellweger spectrum disorder (PEX2- | ey |
related) *Eﬁx\‘&*%&ﬁ(PEXZ*E E%)
289 PEX6 Zellweger spectrum disorder (PEX6- | piz) ;
290 BTD Biotinidase deficiency AW ZEEEEL = E
291 F11 Factor XI deficiency (Hemophilia C) | 115 R T = E (1 A& H%C)
292 SLC25A20 Carnitine-acylcarnitine translocase 5 -
deficiency PRI A PRI B I
293 MKKS Bardet-Biedl syndrome 6 B2 - B R A aiE (678Y)
294 G6PD Glucose-6-phosphate dehydrogenase | 6-figk[i% %525 FEH7T S (GOPD) & = i (B
(G6PD) deficiency JE)
295 GP1BA GP1BA-related conditions GP1BAH e SR
296 GP9 Bernard-Soulier syndrome (GP9- PPN
related) Bernard-Soulier4z&iE (GPIFHER)
297 HADH 3-hydroxyacyl-CoA dehydrogenase e g |
deficiency 3-FL ARG ATR SO Z
298 HADHB Mitochondrial trifunctional protein oo i — —eh o ! .
deficiency, HADHB-related A = DhRE SR LA 2 (HADHB-1HE8)
299 MCCC1 3-methylcrotonyl-CoA carboxylase (3-| = R G REHHEAM (EEGER = E(MCCL
MCC) deficiency (MCC1-related) FERE)
300 MCCC2 3-methylcrotonyl-CoA carboxylase (3-| = FIR:E S REEHAFAMKLEFH = fE(MCC2
MCC) deficiency (MCC2-related) FERE)
301 MEFV Familial mediterranean fever SN M b R
302 SERPINA1 Alpha-1 antitrypsin deficiency al-HilEE O EFE = 0E
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If there is any conflict regarding the disorder name above, the description in the final report shall prevail.




