Carrier Screening - 302 Genes

R EEE - 302EER

No. 475% | GENE Z/A/ DISORDER P

1 HMGCL 3-hydroxy-3-methylglutarayl-CoA 3-FRL-3-FHEL TR — IR EF A(HMG-CoA) 3L
(HMG-CoA) lyase deficiency Rl = fE

2 ABCCS8 ABCC8-related disorders ABCCSTHEE R

3 MTTP Abetalipoproteinemia #EBREE A [MILAE

4 ACAD9 ACAD?9 deficiency REEIGA X S ARG = fE

5 CNGB3 Achromatopsia (CNGB3-related) 25 (CNGB3HE)

6 SLC39A44 Acrodermatitis enteropathica RE TR By s K7 35

7 ADA Adenosine deaminase deficiency RREF AR R B =

8 SAMHDI éﬁ?\r/fiﬁg ?—litelle:fes d;yndrome Aicardi-Goutieres&E A E(SAMHD 1AH )

9 CYPI11B2 Aldosterone synthase deficiency B &l & R AE L =

10 MAN2BI Alpha-mannosidosis o-H & EHTEE

3 zf;jé Alpha-thalassemia FR AU R

13 ATRX Alpha-thalassemia X-linked R R e E MR R R T 45E
intellectual disability syndrome fE

14 COL443 Alport Syndrome (COL4A3-related) | 5o{ K4 EE(COL4A3AHEE)

15 COL4A44 Alport Syndrome (COL4A4-related) | o{H K 4FEE(COL4A4KHRES)

1o conb gy nrome, Jlinked (COLAAS it wiap (1 v 59 COLAASERN)

17 ALMS1 Alstrom syndrome (o] B B 4 S E

18 SLCI246 Andermann syndrome T B A

19 ARGI Arginase deficiency FE R IEEEEL = E

20 ASL Argininosuccinic aciduria FE RIS PR IE

21 CYPI1941 Aromatase deficiency 75 5 bl = E

22 ASNS Asparagine synthetase deficiency KPR & e = i

23 AGA Aspartylglucosaminuria KA G ) e MR RO

24 TTPA Ataxia with vitamin E deficiency S A s M A AR B = iE

25 ATM Ataxia-telangiectasia R S E YR TRE

26 AIRE Autoimmune polyendocrinopathy with| 85 (21424 N3RS 2 B S B E
candidiasis and ectodermal dysplasia | Ju RN fEE6 AR R BLE

27 LOXHDI Autosomal recessive deafness 77 AL s T TR S R

28 SACS Autosomal recessive spastic ataxia of | Charlevoix-Saguenay i Z4 g[S Mg &8k
Charlevoix-Saguenay (ARSACS) e

29 BBS10 i?;?:;;Biedl syndrome (BBS10- [ - 5 . 4 29 (BBS 1046

30 BBSI2 i?;?ee;;Biedl syndrome (BBS12- - 5 . 4 29 (BBS 124618

31 BSND Bartter syndrome type 4A A EFEESR4ATRY

32 BBS1 BBS|1-related disorders BBS1HEEERE
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33 BBS2 BBS2-related disorders BBS21H B8 EE
34 ACATI Beta-ketothiolase deficiency B-Fila it Al = JiE
35 BLM Bloom syndrome TP K 4E S hE
36 ASPA Canavan disease TEHERIRIS OB ZSE N BIE
37 CPSI Carbamoylphosphate synthetase I i AT |
deficiency R Wb I S R TR =
38 CPTIA Carnitine palmitoyltransferase I i o A g RS T T |
P PR LIS 164
39 CPT2 Carnitine palmitoyltransferase I1 =
o] PR S B 2
40 RAB23 Carpenter syndrome (RAB23-related) | CarpenterZ7&iE(RAB23FH[EE)
41 RMRP Cartilage-hair hypoplasia-anauxetic TR e R A A 0 2 g
dysplasia spectrum disorders WH-BREF - RENER IR
42 CYP27A1 Cerebrotendinous xanthomatosis WSS e 1 S R e
43 CFTR CF TR—relatgd disorders (including CPTRABRIE R (B BER A4 (1)
cystic fibrosis)
44 NDRGI1 Charcot-Marie-Tooth disease S AT 225 4 NDRG
o TR B 25480 (NDRG LEIR)
45 GJBI Charcot-Marie-Tooth disease, X- HEL TR M R S U E T i (GBI
linked (GJB1-related) isl))
46 VPS134 Chorea-acanthocytosis SRR ARA L T ERE
47 CHM Choroideremia AR&E AR G SIE
48 CYBA Chronic granulomatous disease = —
8 YBA
s B IR CY BATEH)
49 CYBB Chronic granulomatous disease e g VBB
vy s B HER(CY BBAEH)
50 SLC25413 Citrin deficiency TG IR B FEIE
51 ASS1 Citrullinemia type 1 TN EEE 1R
52 ERCCS Cockayne syndrome type A Mg K EEETEAT
53 ERCC6 Cockayne syndrome type B PR K EESTEBRY
54 VPS13B Cohen syndrome Bl A a2 E0E
55 ACSF3 Combined malonic and methylmalonic| 7§ [ Kz FHELPN el & PR IE(ACSF34H
aciduria (ACSF3-related) E3))
56 GFM1 Combined oxidative phosphorylation | ;¢ 4 1. FM1
57 TSFM Combined oxidative phosphorylation | ;4 4 . = (TSFM
58 LHX3 Combined pituitary hormone Gt SRS T TR T S LHX
deficiency (LHX3-related) SRR P A R SRR SR
59 PROPI Combined pituitary hormone G SRS T TR T S
deficiency (PROP]1-related) SV MR RIS (PROPIAHH)
60 CYPI1IBI Congenital adrenal hyperplasia due to B B8 21 ] 1 BT ;
11-beta-hydroxylase-deficiency FORMER LEUHAE- T PAERGRA A
61 CYP21A2 Congenital adrenal hyperplasia due to B B A 0 | ET |
e ober? SRR LA -2 A L
62 HSD3B2 Congenital adrenal hyperplasia due to | K PEER - Rg I AR fE3 BFEE A E IFHR <

3-beta-hydroxysteroid dehydrogenase

i = FE2 AR

2

If there is any conflict regarding the disorder name above, the description in the final report shall prevail.




type I deficiency

63 MPL Congenital amegakaryocytic S T B AT = [ M TRE
thrombocytopenia ) A -

64 ALG6 Congenital disorder of glycosylation ) Ty
A it S R ALGGHER)

65 MPI Congenital disorder of glycosylation ) Ty
) S R R (A (MPLAE )

66 PMM?2 Congenital disorder of glycosylation ) iy

67 TGM1 Congenital ichthyosis (TGM 1-related) | 4K i FE(TGM 1 FHEE)

68 NTRK1 Congenital insensitivity to pain with R £ oL T
anhidrosis 5%36 ri%%xi@{ﬁ#/:l:ﬁ

69 CHRNE Congenital myasthenic syndrome ) dii 422

70 SLC4A411 Corneal dystrophy and perceptive £ £ 2 RS -
deafness %HE%%%D’;& =] rigiﬂ/uﬁ

71 CYP17A41 CYP17A1-related disorders CYP17A 1 HER R

72 CTNS Cystinosis Rt R e

73 DHDDS DHDDS-related disorders DHDDSHH[E8 29K

74 DLD Dihydrolipoamide dehydrogenase T |
deﬁciency (DLD) —EE}[ng‘EﬁHtH%@E@]\‘ZE

75 DMD DMD-related dystrophinopathy BB HLAZYEE(DMDAHEE)

76 DYSF Dysferlinopathy HLSTE E BUS B

77 COL7A1 Dystrophic epidermolysis bullosa =EN B RMER  SREE(COLTATAE
(COL7Al-related) E3))

78 ADAMTS?2 Ehlers-Danlos syndrome, ST S T e o R 2
dermatosparaxis type NPV EVI RS

79 EVC Ellis-van Creveld syndrome (EVC- £ (i P 422 Doy

80 EVC2 Ellis-van Creveld syndrome (EVC2- £ (i P 422 Doy
related) ARG EE(EVC2HHRH)

81 EMD Emery-Dreifuss muscular dystrophy e T~
(EMD-related) Emery-DreifussfJ [ AZ4EE(EMDHEE)

82 NR2E3 Enhanced S-cone syndrome/retinitis T QA2 Lo A S et 7]
Chotmentosa 37 IS ek £ LB £ 3 T

83 ETHEI Ethylmalonic encephalopathy CFEEH RS e

84 GLA Fabry disease EAR R ECRE

85 F9 Factor IX deficiency (Hemophilia B) | g1 RFIXE = E(Z A A R)

86 ELPI Familial dysautonomia KIEMEE T RS E

87 LDLR Familial hypercholesterolemia (LDLR-| .ot oo e oo
related) SN e B [ B2 1 iE(LDLRAH )

88 LDLRAPI Familial hypercholesterolemia S b e e S (o
(LDLRAPI-related) IR = HE R M E(LDLR AP TAHEH)

89 FANCA Fanconi anemia type A SERHE&ImARY

90 FANCC Fanconi anemia type C SERHEAImCHY

91 FANCG Fanconi anemia type G SERHE&ImGHS

92 FKRP FKRP-related disorders FKRPAHE IR
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93 FKTN FKTN-related disorders FKTNAH RSB Im

94 FMRI Fragile X syndrome Rt X4 &E

95 FH Fumarate hydratase deficiency FEGHZR BB IR ER = fiE

96 GALK1 Galactokinase deficiency galactosemia| ~FF G = JiE

97 GALT Galactosemia (GALT-related) “FHUEMEGALTAEER)

98 GBA Gaucher disease SR

99 SLCI2A43 r(Zil‘;etler:il;m syndrome (SLC12A3- e S SLC12ASFERE)

100 GJB2 GJB2-related DFNB1 nonsyndromic | GIB2fHEEDFNB 13 E4xE EE M 85 F1
hearing loss and deafness BE

101 GLE] GLE]-related disorders GLE1/HRESER

102 GCDH Glutaric acidemia type 1 TR REME 1Y

103 ETFA Glutaric acidemia type ITIA TR REMIE2ARY

104 ETFDH Glutaric acidemia type IIC TR e mE2CHY

105 AMT rig:eigf encephalopathy (AMT- H AR AMTHIR)

106 GLDC rig:eigf encephalopathy (GLDC- S s (GLDCAERE)

107 G6PC Glycogen storage disease type IA R EERRE 1ARY

108 SLC37A44 Glycogen storage disease type IB HT I EEREE 1BAY

109 GAA ((;lg/;(;)iegi:te(;rsaeg)e disease type 11 BB LR 228 (58 E )

110 AGL Glycogen storage disease type II1 R R L FRE3 Y

s oo V| sz s SR

112 PYGM Glycogen storage disease type V HT i EE RS 1Y

113 PFKM Glycogen storage disease type VII HT i EE R 78

114 BCSIL dGllsi./?(?eIrI;E syndrome/BCS1L-related GRACILE4:25E/BCS 1 LIRS B0

115 GAMT dGelgléliiedIilcl}(jacetate methyltransferase BEL 7, o FF LR il = o

116 HBB HBB-related hemoglobinopathies HBBHEA M4l & H R

117 ALDOB Hereditary fructose intolerance e {E M B RE RN TE

118 HIV g{eJrslcfirtjll;l};elzie)mochromatosis type 2 L 7 €8 25T 2 B (I VAR )

119 TFR2 Hereditary hemochromatosis type 3 M e 2 (3 Y

120 HPS1 Hermansky-Pudlak syndrome type 1 | Hermansky-Pudlak%# & 15

121 HPS3 Hermansky-Pudlak syndrome type 3 | Hermansky-Pudlak%# & 3%

122 HLCS Holocarboxylase synthetase deficiency| %8844 LEFGE= IE

123 CBS Homocystinuria due to CBS deficiency| i fitpE it = M = Bt & FRIE

124 MTHFR Homocystinuria due to MTHFR SIRERERE PRIE (G = oo R AU S BE R 2
deficiency JEHE)

125 MTRR Homocystinuria, cobalamin E type SRS FRE GEfZ ZERY)

126 HSDI17B4 HSD17B4-related disorders HSD17B4fH 5%
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127 HYLS1 Hydrolethalus syndrome type 1 Hydrolethalus%Z&E 1 5

128 SLC25A415 Hyperornithinemia-hyperammonemia- | = & & fE-= &UE- 5 N E8E R4
homocitrullinuria (HHH) syndrome EE

129 EDA Hypohidrotic ectodermal dysplasia S NEE 5 B B (EDAERE)
(EDA-related) -

130 ALPL Hypophosphatasia {ECREE % Bg A e

131 GNE Inclusion body myopathy 2 AL Ea R R 27

132 VD Isovaleric acidemia SR B TE

133 TMEM?216 Joubert syndrome 2/TMEM216-related »- e Aoon 6 TMEMD 1 .

134 LAMB3 Junctional epidermolysis bullosa A N R (LAMB
e B A AR KR (LAMB3 )

135 LAMC?2 Junctional epidermolysis bullosa A N R (LAMC?
e B R AR K (LAMC2AEH)

136 KCNJ11 KCNJ11-related disorders KCNJ1 1H G55

137 GALC Krabbe disease ERANBEAES A& 2B (KrabbeiR)

138 LAMA?2 LAMA2-related muscular dystrophy | LAMA2FHEE LA EIE

139 LAMA3 LAMAS3-related disorders LAMA3 MRS ER

140 CEP290 Leber congenital amaurosis 10/ HAA S R M A5 1078 /CEP290FH B85
CEP290-related disorders 5

141 RDHI?2 Leber congenital amaurosis 13 FAA SR e 1378

142 LCAS Leber congenital amaurosis 5 HAG L 5 R MR B s S 7Y

143 CRB1 Leber congenital amaurosis 8/CRB1- e ) 505 CRB1 .
Leber congetitz AR S K M BB CRB B

144 LRPPRC Leigh syndrome, French Canadian Leigh%s & A28 AT
type e -

145 EIF2B5 Leukoencephalopathy with vanishing RS G
white matter (EIF2B5-related) HED AR R AES(EIF2BSHHGH)

146 CAPN3 Limb-girdle muscular dystrophy type B TR A S R AT (S5 7E [ %)
2A (calpainopathy) - = -

147 SGCG Limb-girdle muscular dystrophy type 5 e -
L B B 2O

148 SGCA Limb-girdle muscular dystrophy type 5] .y 1]
L BRI A B 2D

149 SGCB Limb-girdle muscular dystrophy type 5] .y 1]
L BB Ay B 2B

150 STAR Lipoid congenital adrenal hyperplasia | 4K MERERE B AR B8 18 A=

151 LPL Lipoprotein lipase deficiency FsE O = I

152 HADHA Long chain 3-hydroxyacyl-CoA T = |
dehydrogenase (LCHAD) deficiency AT AR QI Z I

153 SLC747 Lysinuric protein intolerance TR ISR E A RN E

154 LIPA Lysosomal acid lipase deficiency VR EE R E M As A EE L =

155 CIITA Major histocompatibility complex FEAHBA SR AT T T8
class II deficiency (CIITA-related) (CIITAHEE)

156 BCKDHA Maple syrup urine disease (MSUD) dE = AT
baple AR AT

157 BCKDHB Maple syrup urine disease (MSUD) kR PR E 1 BRY
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type 1B

158

DBT

Maple syrup urine disease (MSUD)

PR FE2 TR
e AR
159 ACADM Medium chain acyl-CoA S = |
dehydrogenase (MCAD) deficiency PERRERA L SR AT
160 MLCI Megalencephalic leukoencephalopathy (66 1 PR L2 I1j
with subcortical cysts type 1 R e e
161 ATP7A4 Menkes disease/ATP7A-related T HE T Y
162 ARSA Metachromatic leukodystrophy g
(AR Avoied SRR (B R ELARSATER)
163 MMAA Methylmalonic acidemia (MMAA- |
relate) LR B ALEMMAARER)
164 MMAB Methylmalonic acidemia (MMAB- |
e PP ~ BRI (MMABAERE)
165 MuTr Methylmalonic acidemia (MUT- |
relate) AP B T (MUTAFB)
166 MMACHC Methylmalonic acidemia with FHECPN BB MU O = BERERE UE (8hRE 2= C
homocystinuria, cobalamin C type )
167 MMADHC Methylmalonic acidemia with FHEE PN B MUE O = B IE (IRE ($E % 2D
homocystinuria, cobalamin D type )
168 Vsx2 Microphthalmia /clinical anophthalmia T I P HEL S T
Veomelated) P NGB B AR TV SX A
169 NDUFAFS5 Mitochondrial complex I deficiency/ | fi4RAes 21 &G = fiE/Leigh%i &E
Leigh syndrome (NDUFAFS5-related) | (NDUFAF5#H )
170 NDUFS6 Mitochondrial complex I deficiency/ | fi4RAas 21 & ¥)IHE = fiE/Leigh%i &E
Leigh syndrome (NDUFS6- related) | (NDUFS6/4HRE)
171 MPVI17 Mitochondrial DNA depletion PP
syndrome (MPV17-related) HIERADNAREIES SR S E(MP VI TAHEH)
172 PUSI Mitochondrial myopathy and 2 1]
sideroblastic anemia 1 RrERA A LR AU A E i | 2
173 TYMP Mitochondrial neurogastrointestinal 47 B HEL G o 6
encephalopathy (MNGIE) disease RS HIEE B A e
174 MKS1 MKS1-related disorders MKS 148 8 EE
175 GNPTAB Mucolipidosis type II/III (GNPTAB- RERSET 551]
related) 5B EE2/3%)(GNPTABAHR)
176 GNPTG Mucolipidosis type III (GNPTG- L HE PR3 )
o) ST GNPTGER)
177 MCOLNI Mucolipidosis type IV ShPEEE4R
178 IDUA Mucopolysaccharidosis type I FEMEE 1R
179 IDS Mucopolysaccharidosis type II (Hunter A el g
(Sanfilippo A syndrome) 3 - M -
181 NAGLU Mucopolysaccharidosis type I11IB £ 52, i 551 [ 4 PR
(Sanfilippo B syndrome) R EHEBRCEIRF IR S S EB )
182 HGSNAT Mucopolysaccharidosis type I1IC

(Sanfilippo C syndrome)/retinitis

pigmentosa 73

M MEE3CAUEETEAH R SR A ECAY)/
AR L Z RT3

6

If there is any conflict regarding the disorder name above, the description in the final report shall prevail.




183 GNS Mucopolysaccharidosis type I1ID RS T3 DY (RS ERIR E 4 & fEDAY)
(Sanfilippo D syndrome) - )
184 GLBI Mucopolysaccharidosis type IVB 55 AR (25 4 SR )/ GM 1 3
(Morquio B syndrome)/GM1 SRS e
gangliosidosis SRR H AT TR
185 ARSB Mucopolysaccharidosis type VI P Gl N
(Maroteaux-Lamy syndrome) A BHECT (Maroteaux-Lamy S 1)
186 HYALI Mucopolysaccharidosis type IX FEHEEORY
187 SUMF1 Multiple sulfatase deficiency 2B MR BE ARG = iE
188 NAGS N-Acetylglutamate synthase et AL ;
et N-Z R £ B Z
189 NEB Nemaline myopathy 2 IR BE R E-28Y
190 AQP2 Nephrogenic diabetes insipidus ) Lo
(AQP2-related) B MEFKARIE(AQP2AHER)
191 NPHS1 Nephrotic syndrome/ congenital PPN
Finnish nephrosis (NPHS1-related) R ErE(NPHS LHRH)
192 NPHS?2 Nephrotic syndrome/steroid-resistant | . e L B 4 A
nephrotic syndrome (NPHS2-related) RIS U R R i (NPHS2AH )
193 TPPI Neuronal ceroid-lipofuscinosis (TPP1- TE T
194 CLN3 Neuronal ceroid-lipofuscinosis T T
195 CLN5 Neuronal ceroid-lipofuscinosis T e
196 CLN6 Neuronal ceroid-lipofuscinosis T e
197 MFSDS8 Neuronal ceroid-lipofuscinosis T e
198 PPTI Neuronal ceroid-lipofuscinosis (PPT1- 45T [y
related) ¥EE EE(‘*KHE%%E %‘E(PPTI)FEE%)
199 CLN8 Neuronal ceroid-lipofuscinosis/ AT R et E /AL T BRI A
Northern epilepsy (CLN8-related) (CLNS#HEH)
200 SMPD] Niemann-Pick disease type A/B EEVCTiEA/BRY
201 NPCI Niemann-Pick disease type C (NPC1- = O]
202 NPC2 Niemann-Pick disease type C (NPC2- = FE O]
203 NBN Nijmegen breakage syndrome SRS ST
204 OPA3 OPA3-related conditions OPA3FHER IR
205 OAT Ornithine aminotransferase deficiency | &z IE R GG = iE
206 oTC Ornithine transcarbamylase (OTC) i A= EE i RS
ooy e A PR R
207 TCIRG1 Osteopetrosis (TCIRG1-related) BB A{EGE(TCIRG1AHEE)
208 SLC26A44 Pendred syndrome Pendred[X 4 EHE
209 ACOXI Peroxisomal acyl-CoA oxidase B = |
ety i LI SR A S i
210 PAH Phenylalanine hydroxylase deficiency

(including Phenylketonuria (PKU))

AN R LR R = i (EAEARPRE)
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211 PHGDH Phospho glycerate dehydrogenase RS IS ER S EL = ffE/Neu-Laxova4s
deficiency/Neu-Laxova syndrome type N L
1 =k L4
212 PKHDI Polycystic kidney disease (PKHDI1- 7 By
i % BV 5 (PKHD LR
213 ADGRGI Polymicrogyria (ADGRG1-related) 2 /N E[(ADGRG1AHEE)
214 POMGNTI POMGNT 1-related disorders POMGNT 1 fHES R
215 RARS2 Pontocerebellar hypoplasia (RARS2- T
i BN 55 5 4 (RARS2A)
216 SEPSECS Pontocerebellar hypoplasia T
PP e W 182 &7 4 (SEPSECS )
217 MED17 Postnatal progressive microcephaly n
with seizures and brain atrophy/ T 1% A T 1 NBE I TP AR s (E AR ==
Infantile cerebral and cerebellar /BR GRS NS ZE 45 (MED 1 74H BE)
atrophy (MED17-related)
218 SLC22A45 Primary carnitine deficiency [EEE M AR =
219 DNAHS5 Primary Ciliary Dyskinesia (DNAHS- o
i IR E BB DNAHS )
220 DNAII Primary Ciliary Dyskinesia (DNAI1- - ——
s RSB BB DNAT IR
221 DNAI2 Primary Ciliary Dyskinesia (DNAI2- o ——
s RSB BB DNAT2IER)
222 AGXT Primary hyperoxaluria type 1 [ &M S B R AE 1Y
223 GRHPR Primary hyperoxaluria type 2 JE &M S R PR E2 7Y
224 HOGAI Primary hyperoxaluria type 3 [FagtE = B RE PR3 7Y
225 ABCBI1 Progressive familial intrahepatic JE— B R0 ]
o TSR R OB 22
226 PCCA Propionic acidemia (PCCA-related) NEEME(PCCAFHER)
227 PCCB Propionic acidemia (PCCB-related) WEEIEPCCBAER)
228 PRPS] PRPS1-related disorders PRPS 1 HHEE B
229 PSAP PSAP-related disorders PSAPHHER IR
230 CTSK Pycnodysostosis B MER B AR RE
231 PC Pyruvate carboxylase deficiency NEAEE 5 EREEE = IE
232 PDHAI Pyruvate dehydrogenase complex R G |
deficiency (PDHA 1-related) PIRAREERR SHGER = AE(PDHA )
233 PDHB Pyruvate dehydrogenase complex R
oney (POl oo PR 5 = i (PDHBAFR)
234 RAPSN RAPSN-related disorders RAPSNAHH B
235 ATP6VIBI Renal tubular acidosis with deafness | my ; semm == pr
236 EYS Retinitis pigmentosa 25 1R AR (1 R 82 5 Y
237 CERKL Retinitis pigmentosa 26 TRAEPE 2R 267
238 FAMI161A4 Retinitis Pigmentosa 28 FH A e (0 2y SR 2 8
239 PEX7 Rhizomelic chondrodysplasia punctata | f73TimAUELIREC S 28 5 B 1A/ E 2=
type 1/ Refsum disease (PEX7-related)| J55(PEX74H )
240 AGPS Rhizomelic chondrodysplasia punctata

type 3

BT AR S 5% B A B3
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241 ESCO2 Roberts syndrome (AR LEEE

242 RPEG6S5 RPE65-related disorders RPE65HH B 159

243 RPGRIPIL RPGRIP1L-related disorders RPGRIP1LFHEHZER

244 RTELI RTEL-1-related disorders RTEL-14HE8ERF

245 HEXB Sandhoff disease Sandhoffp/GM2 {HEK B AE FE R T

246 SMARCALI Schimke immuno-osseous dysplasia | Schimkeff &5~ B

247 DCLREIC Severe combined immune deficiency | eo—me A e perhis.
(DCLREIC-related) B BRI & TR G A E(DCLRE1CAHEH)

248 RAG?2 Severe combined immunodeficiency | eo—cme A e perhiz.
(RAG2-related) B & R A FEAE(RAG2HHEH)

249 VPS45 Severe congenital neutropenia due to | fiz B8 5 KM H MER B DRE (IR VPS4 58
VPS45-deficiency )

250 HAXI Severe congenital neutropenia type 3 | fag B 4 A ME R BK R IME3 B

251 SLC1745 Sialic acid storage disorders e R BT AR AE

252 ALDH3A2 Sjogren-Larsson syndrome Sjogren-Larsson[X 47T

253 SLC2642 SLC26A2-related disorders SLC26 A2FHEREETR

254 SLC3543 SLC35A3-related disorders SLC35A3FHREEER

255 DHCR7 Smith-Lemli-Opitz syndrome Smith-Lemli-Opitz&E EiE

256 ZFYVE26 Spastic paraplegia type 15 M BB 158

257 TECPR?2 Spastic paraplegia type 49 LM B RiBE4978Y

258 SMN1 Spinal muscular atrophy UM AZESEE

259 MESP2 Spondylothoracic dysostosis B E S ERE

260 COL2741 Steel syndrome ERATESE

261 LIFR Stiive-Wiedemann syndrome Stiive-Wiedemann&¢ &

262 HEXA Tay—Sachs disease/hexosaminidase A T T e OB RRA B
deficiency

iopteri fici PTS- -

263 PTS ;FGel‘g[ae}(li})/droblop erin deficiency (PTS 0 45 A S = s (PTS HARE)

264 TRMU Transient infantile liver failure S A T =TS

265 TH Tyrosine hydroxylase deficiency s Pz 1 84 B i = i

266 FAH Tyrosinemia type I T P T T 1 2

267 TAT Tyrosinemia type 11 T P it 1T 2 7

268 MYO74 Usher sypdrorne type IB/ MYO7A- FFEFE 4 A | BHY/MY O7 AMERE 0%
related disorders

269 USHIC Usher sypdrorne type IC/ USH1C- FERC 445 | CRI/USH 1 CARBE 2
related disorders

270 CDH23 Usher syndrome type ID TCIERAESE DAY

271 PCDHI15 Usher sypdrorne type IF/ PCDH15- FFEFE 4 S0 | FA/PCDH | SHERE 5%
related disorders
related disorders

273 CLRNI Usher syndrome type IITA TCZERAFATE3ARY

274 ACADVL Very long-chain acyl-CoA b A P ;
dehydrogenase (VLCAD) deficiency FHERRREA L ARG Z I

275 VRKI VRK 1-related disorders VRK 1 AH G557
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276 ATP7B Wilson disease JE B AR ECHE
277 WNT10A4 WNT10A-related disorders WNT10AFHEE IR
278 ABCDI X-linked adrenoleukodystrophy MRrEEE PR EEEARNR
279 SLC6A48 fi(—llgked creatine transporter VT (| B B =
eficiency
280 RS1 X-linked juvenile retinoschisis Tr s (R AP 2SR E
281 MTMI X-linked myotubular myopathy eyl IV b=
282 IL2RG X-linked severe combined A B s s A R L U
o I R A SR
283 XPA Xeroderma pigmentosum S e s R A FF]
complementation group A & ORI -AT
284 XPC Xeroderma pigmentosum S M RO
complementation group C = BT RE-CH
285 PEX] Zellweger spectrum disorder (PEX1- SR 4R FC R (PEX AR
related)
2 PEXI Zell t i PEX10-
86 0 reela:evg;ger spectrum disorder ( 0 S YRR S (PEX 1048 )
287 PEXI2 Zellweger spectrum disorder (PEX12- SR 4R FC FE(PEX 246 R8)
related)
288 PEX2 Zellweger spectrum disorder (PEX2- | o) |
i, R O PEX AT
289 PEX6 Zellweger spectrum disorder (PEX6- | iz, |
g SRRSO (PEXG AR
290 BTD Biotinidase deficiency BV ERRER = E
291 Fll Factor XI deficiency (Hemophilia C) | 251158 R T-& = fELAZIHC)
292 SLC25A420 Carnitine-acylcarnitine translocase bb $eb i ;
epniane: PO P S B 1
293 MKKS Bardet-Biedl syndrome 6 EoL {3 - SR (G 4 AE (67RY)
294 G6PD Glucose-6-phosphate dehydrogenase | 6-ffi% &%) HEHT Sl GOPD) & = i (B .
(G6PD) deficiency )
295 GP1BA GP1BA-related conditions GP1BAHEREER
296 GPY Bernard-Soulier syndrome (GP9- Bernard-Soulier4 2 (GPOERE)
related) Vi
297 HADH 3-hydroxyacyl-CoA dehydrogenase R e |
298 HADHB Mitochondrial trifunctional protein .
G s = ThAE ; 186
deficiency, HADHB-related RHIAS = 2AEER B4 Z I (HADHB-AER)
299 MCCCI 3-methylcrotonyl-CoA carboxylase (3-| = FARLE G RREHEG A (B = fFE(MCC1
MCC) deficiency (MCCl1-related) isl))
300 Mccc2 3-methylcrotonyl-CoA carboxylase (3-| = FHEEE T lidblg ARE EEEL = fEE(MCC2
MCC) deficiency (MCC2-related) isl))
301 MEFV Familial mediterranean fever F IR g2k
302 SERPINAI Alpha-1 antitrypsin deficiency al-HilEE Al = 5E
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X-linked genes in the CUHK 302/280 panel

Number DISORDER GENE Inheritance
1 Alpha-thalassemia X-linked intellectual disability syndrome ATRX X-linked
2 Alport Syndrome, X-linked (COL4A5-related) COL4A5 X-linked
3 Charcot-Marie-Tooth disease, X-linked (GJB1-related) GJB1 X-linked
4 Choroideremia CHM X-linked
5 Chronic granulomatous disease (CYBB-related) CYBB X-linked
6 DMD-related dystrophinopathy DMD X-linked
7 Emery-Dreifuss muscular dystrophy (EMD-related) EMD X-linked
8 Fabry disease GLA X-linked
9 Factor IX deficiency (Hemophilia B) F9 X-linked
10 Fragile X syndrome FMR1 X-linked
11 Hypohidrotic ectodermal dysplasia (EDA-related) EDA X-linked
12 Menkes disease/ ATP7A-related disorders ATP7A X-linked
13 Mucopolysaccharidosis type Il (Hunter syndrome) IDS X-linked
14 Ornithine transcarbamylase (OTC) deficiency oTC X-linked
15 PRPS1-related disorders PRPS1 X-linked
16 Pyruvate dehydrogenase complex deficiency (PDHA1-related) PDHA1 X-linked
17 X-linked adrenoleukodystrophy ABCD1 X-linked
18 X-linked creatine transporter deficiency SLC6AS8 X-linked
19 X-linked juvenile retinoschisis RS1 X-linked
20 X-linked myotubular myopathy MTM1 X-linked
21 X-linked severe combined immunodeficiency (X-SCID) IL2RG X-linked
22 Glucose-6-phosphate dehydrogenase (G6PD) deficiency G6PD X-linked
NOTES:

Carrier screening for disorders that involve the X chromosome is offered only to females. Men cannot be
asymptomatic carriers of X-linked conditions due to having only one X chromosome, so if a man suspects
he is affected by an X-linked condition, he should consult a healthcare provider for diagnostic testing.

If there is any conflict regarding the disorder name above, the description in the final report shall prevail. 1



