GENOMICS

REEHE SOFIVA Array PRO
EERERIIR

#ﬁé S BR2HIIEARE A B PRO
/

EERER EEER

. Single Gene Disorder Inheritance
Conge_rlital hyperinsulinism
2 amccs et melitus AD/AR
SERRRERA
4 ACADS ;?;gg%—:;%%g%ygﬁgenase deficiency, IBDD AR
5 ACAD9 HI:/ITIi#’tiogcgho;:1rﬁi;’:1ﬁl;§;nﬁpIex | deficiency AR
6 ACADM xggggzailgggﬁ;gg dehydrogenase deficiency, MCAD deficiency AR
7 ACADS :;;%ngic%lg%;déhydrogenase deficiency, SCAD deficiency AR
8 ACADSB g:ggr_?l;;;;gﬁrf;%%c;;g’dﬁrogenase deficiency AR
9 ACADVL ;/ﬁegféomggﬁiﬁ?i;g%—ﬁigﬁdehydrogenase deficiency, VLCAD deficiency AR
12 ACVRL1 %ﬁ;&ﬂ;ﬂgl&;ﬁﬁ;fg%;ﬁtelan?|.ecta.S|a AD
13 ADA ;Séigé;g&;gdémmunodef|C|enC|es AR
14 AGRN gang?';;Eg;jméz;lﬁwemc syndromes AR
16 AGTR1 ?\%%;;*;;%S?e“es's AR
18 AHCY iypermethioningmia with Sfdenosylhomocysteine hydrolase deficiency AR
.‘%EFﬁﬁﬂﬂ’iﬂ]l‘{ﬁﬁéliﬁs-ﬂﬁﬁ-b.%%HEE{%K%EE?%HEE
19 AK2 ;Sée?rgeé?ﬁn‘gﬁl;;édémmunodeflaenaes AR
21 ALDOB %e{;}:;}g;;r%c;ﬁose intolerance, HFI AR
22 ALG2 gEo%:q&eﬂl}Li;;jméggenic syndromes AR
Hypophosphatasia
= ALPL gﬁﬁgifg—dependent epilepsy ADA/I‘RAR
H#ERBOkE MM
24 ALX4 P]Ifg;ﬁ'ﬁ;‘;;’;i‘j"a 2 AD
B AT EmmGrE AR NE) AR
26 ANKRD11 Egggé%?me AD
27 ANOsL e X
28 APISL mgg::ﬁgﬂ;%?me AR
29 APC ;ﬁzggéx%nl;?ﬁatous polyposis AD
30 APOB ;);jg?&rg;%lgégﬁﬁmla, familial, 2 AD
31 AQP2 %\;I;g;;%;;g Ef;_r;gllé%eﬁggc;gemc diabetes insipidus) AD/AR
32 AR Androgen insensitivity syndrome XL

WHRTHRGSIE
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33

34

35

36

37

38

39

40

41

42

43

44

45

46

47

48

49

50

51

52

53

54

55

56

57

58

59

60

61

62

63

ARG1

ARSA

ARSB

ARX

ASL

ASPA

ASS1

ASXL1

ATL1

ATM

ATP7A

ATP7B

AUH

AVPR2

BCKDHA

BCKDHB

BLM

BLNK

BRAF

BTD

BTK

CASA

CACNA1C

CACNA1D

CAD

CASR

CBL

CBS

CC2D2A

CD247

CD3D

EERER

Single Gene Disorder

Argininemia

15 AR ES M E

Metachromatic leukodystrophy
ERUMAERICE

Mucopolysaccharidosis type 6 (Maroteaux-Lamy syndrome), MPS6
MBMES /N (FBIE-HIKEEE )
Developmental and epileptic encephalopathy 1, EIEE1
ZEMERMRERE B

Lissencephaly, X-linked 2(XLAG Syndrome)
X Ra i ik A O i 72

Intellectual developmental disorder, X-linked
X ERREHE a5

Argininosuccinic aciduria, ASA

BT _MERRZE

Canavan disease

FHER (BRIRMAEEERREE)
Citrullinemia type 1, CTLN1

JARREAMESR—E

Bohring-Opitz syndrome

Bohring-OpitzJiE & &

Neuropathy, hereditary sensory, type ID
EEERBHKREIDE

Hereditary spastic paraplegia 3A, autosomal dominant
EEWEEUET B E

Ataxia-telangiectasia

HIE R R I R SRAE (R ¥

Menkes syndrome

MenkesECfE & 8%

Wilson disease, WND

PRl 7 7% ECIE

3-Methylglutaconyl-CoA Hydratase Deficiency
3-FENE _HEEEBAKMBIRZE

AVP resistance(nephrogenic diabetes insipidus)
MARHRNYE (BEERFE )

Maple syrup urine disease

Maple syrup urine disease

Bloom Syndrome

P2 ECAE IR B

Agammaglobulinemia

mNIEIKE B MAE

Leopard syndrome 3

LEOPARD fEfZR¥ 55 =54

Noonan syndrome 7

SREREMREEE TR

Biotinidase deficiency

EYMRMBIRZIE

Agammaglobulinemia

mNIEIKE B MAE

Carbonic anhydrase VA deficiency

fikBE BT BB VAR Z fiE

Long QT syndrome

RQUERES

Primary aldosteronism

[RES 4 RE [EI AR IS S AE

Early infantile epileptic encephalopathy

5 5 22 52 8 7 14 Bk

Neonatal severe hyperparathyroidism
MEREEFRERINEETLE

Noonan syndrome-like disorder with or without juvenile myelomonocytic leukemia
BRI R RS A R F R SR E A A R
Homocystinuria (HCU) due to cystathionine beta-synthase deficiency
= BB B PR AE

COACH syndrome 2

COACHIEfZE¥5 —BY

Joubert syndrome 9

JoubertECEERF S 1B

Meckel syndrome 6

18T A (R B¥ S8 /N EY

Severe combined immunodeficiencies
BREEASREHRIEE

Severe combined immunodeficiencies

BEESRERIEE
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EEES
Inheritance

AR

AR

AR

XL

AR

AR

AR

AD

AD

AR

XL

AR

AR

XL

AR

AR

AR

AR

AD

AR

XL

AR

AD

AD

AR

AD/AR

AD

AR

AR

AR

AR



BEERER EEES
Single Gene Disorder Inheritance

Severe combined immunodeficiencies

o0 OO emsssmwen AR
Combined immunodeficiencies

6 PN seemmmE AR
Combined immunodeficiencies

66 CD40LG A A XL

Agammaglobulinemia

mRNEIKE S MAE

C syndrome(Opitz trigonocephaly syndrome)

CHREE (Opitz=ABEFSIE )

CDKL5 deficiency disorder

CDKL56#Z i

Multinucleated neurons-anhydramnios-renal dysplasia-cerebellar hypoplasia-

70 CEP55 hydranencephaly syndrome(MARCH) AR

SRAET-BFK-BREFAR-/NEEBR 2 - IR KAEREE

Heterotaxy, visceral, 2, autosomal

A B 2 {1 R

Cystic fibrosis

Congenital myasthenic syndromes

FEREMBNGREIE

CHARGE syndrome

CHARGE fEf& %

Congenital myasthenic syndromes

FEREMBNGREIE

Congenital myasthenic syndromes

FEREMBNGREIE

Congenital myasthenic syndromes

FERENBNGREIE

Congenital myasthenic syndromes

FEREMBNGREIE

Combined immunodeficiencies

79 CIITA e EHIAE AR

Hyperaldosteronism

REE M SR ERRAE

Osteopetrosis, autosomal dominant 2

HEHEESERICER _B(KEGEE AD

Osteopetrosis, autosomal recessive 4 AR

EHEEsERESNE

Metaphyseal chondrodysplasia, Schmid type

SchmidE#EERRSHEELE

Deafness, autosomal dominant 37

B8

Fibrochondrogenesis 1 AD

HERBIgE AR

Marshall syndrome AD

SR AE R B¥ AD

Stickler syndrome, type Il

HRE T SE IR R

Congenital myasthenic syndromes

SEREMBNGREIE

Osteogenesis Imperfecta type Il or severe type IV

REARZE F=RNREFNE

Osteogenesis Imperfecta type Il or severe type IV

REARZE F=RNREFNE

Achondrogenesis, type Il; ACG2 or hypochondrogenesis

BERRAE

Spondyloperipheral dysplasia

HFiEEREAR

87 COL2AL Spondyloepimetaphyseal dysplasia, Strudwick type AD

BHRTHRREEAR

Stickler syndrome, type |

ERARAES T

Alport syndrome type 3

AR RFSE3EY

Alport syndrome type 2

AR RF 528

Alport syndrome, X-linked

M EE B A ERE R B

Ehlers-Danlos syndrome, classic type, 1

01 COL5A1 Ehlers—DanIosﬁﬂiﬁ . . AD
Fibromuscular dysplasia, multifocal
HENMMERERR

67 CD79A AR

68 CD9% AD

69 CDKL5 XL

71 CFC1 AD

72 CFTR AR
73 CHAT AR
74 CHD7 AD
75 CHRNA1 AD/AR
76 CHRNB1 AD/AR
77 CHRND AD/AR
78 CHRNE AD/AR

80 CLCN2 AD

81 CLCN7

82 COL10A1 AD

83 COL11A1

84 COL13A1 AR

85 COL1A1 AD

86 COL1A2 AD

88 COL4A3 AD/AR

89 COL4A4 AR

920 COL4A5 XL
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EERER EEER

Single Gene Disorder Inheritance
Ehlers-Danlos syndrome, classic type, 2

92 COL5A2 Ehlers-l?anbgﬁﬂ;gﬁ | o
94 COMT gggﬁz;%?ﬁgeé%ggggﬁeaCtIVIty,varlatlon|n "
100  COQ8A P,?rg;&% ggoglloo ﬁ:;f;gency -
102 COROIA fﬁf%e?gég;;é;;gd nyl_mmunodefuclenc.es N
s ot glzziﬁ?él;;(nggEﬁEﬁiﬁﬁﬁﬁﬁm’élﬁ?{f_ﬁ) AR
104 cpria  Gnitine palmitoyliransferase | deficiency N
105 CPT2 Carnitine palmitoyltransferase Il deficiency, myopathic, stress-induced ADJAR

AR EBEIRZES R (NRE - BAGER)
Menke-Hennekam syndrome 1
Menke-HennekamfE f& ¥

106 CREBBP Rubinstein-Taybi syndrome 1 AD

SEIME-RURESE

Cystinosis

107 CTNS P AR
Congenital defects of phagocyte number, function or both

108 CYBA < mmpmmaae s E e AR
Congenital defects of phagocyte number, function or both

109 OYBB o mmmmsuns R X
Congenital defects of phagocyte number, function or both

110 CYBCl i mpmmsunte R BIE AR
Adrenal hyperplasia, congenital

111 CYP11Al SRME e AR
Hyperaldosteronism

112 CYP11B1 B R A AD
Hyperaldosteronism

X - = At

113 cypugy TR MEEERE AR
Hypoaldosteronism
{56 B [ AR JiE
Adrenal hyperplasia, congenital

114 CYP21A2 SRME e AR
Vitamin D-dependent rickets type 1A

15 CYP2TBL DB EES1AR AR
Maple syrup urine disease

116 DBT R R AR
Severe combined immunodeficiencies

117 DCIREIC o s maemumian &
Lissencephaly, X-linked

s DX wmmmTm X

119 DDC AADC deficiency AR

AADCEAZfE ( S ERERIRABIAZIE )
Desmosterolosis
120 DHCRA ) mamEmeE AR

Smith-Lemli-Opitz syndrome

. DHCRY EE%’?—%&E*U—E&EZZEE& B AR
122 DLAT g'g’;‘;% gﬂyﬁr;g/ﬁag Eg;hé‘;;‘g;?;';;” complex deficiency "
123 DLD D:':ﬁ)’%gég;ﬁaﬂggﬁegg:;grogenase deficiency .
124 DMD %g;;nn&g ;\E/I %S%Uhr'Dystrophy N
125 DNAMY e &
126 DOCKS8 Combined immunodeficiencies "

BE R ERIGE
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127

128

129

130

131

132

133

134

135

136

137

138

139

140

141

142

143

144

145

146

147

148

149

150

151

152

153

154

155

156

157

DOK7

DPAGT1

DSG2

DUOX2

DUOXA2

DYNC2H1

ECHS1

EDA

EDAR

EFNB1

EFTUD2

EIF2AK3

ELOVL4

EMX2

EP300

ERBB3

ERF

ETFA

ETFB

ETFDH

EVC

EVC2

EXT1

EXT2

EYAl

EZH2

F10

F11

F12

F13A1

F13B

EERER

Single Gene Disorder

Congenital myasthenic syndromes
FRMEMBNGEIE

Congenital myasthenic syndromes
FRMEMBNGEE

Arrhythmogenic right ventricular dysplasia 10, ARVD
BOBREHALEREAR
Cardiomyopathy, dilated, 1BB
RO\ R 2

Thyroid dyshormonogenesis 6
FERMEPRREEE_PREZERES
Thyroid dyshormonogenesis 5
FERMEPRREEE_PREZERES
Short-rib thoracic dysplasia 3 with or without polydactyly
MR REFREHARSHSIRE
Mitochondrial short chain enoyl-CoA hydratase | deficiency & 3-hydroxyisobutryl-CoA
hydrolase deficiency

ARRIES AR IREE-CoAK S MITRZ K 3-HE R T M-CoAKEREBIR Z E
Ectodermal dysplasia 1, hypohidrotic, X-linked
SMNEEEREARSEIE - (€5TE - XEH
Hypohidrotic ectodermal dysplasia
WTFHINEBE BB RRE
Craniofrontonasal dysplasia
BHEESEEIR

Mandibulofacial dysostosis, Guion-Almeida type
TEHEBEBEAZE, Guion-AlmeidaZ!
Infantile diabetes mellitus

B ENE R

Spinocerebellar ataxia 34
FHEE/\EEHRE 34 B

Stargardt disease 3

Stargardt'sEKfE

Schizencephaly

SR

Menke-Hennekam syndrome 2
Menke-HennekamfiE & &§
Rubinstein-Taybi syndrome 2
BEHE-RUNKGESIE

Lethal congenital contracture syndrome 2
BEER M S MERRE R
Craniosynostosis 4

ERAE R R

Glutaric acidemia type Il

SRR TRME

Glutaric acidemia type Il

SRR TRME

Glutaric acidemia type Il

SRR TRME

Ellis-van Creveld syndrome
STE A (R R

Ellis-van Creveld syndrome

BB ERERE

Weyers acrofacial dysostosis
WeyersHS#BEAE

Exostoses, multiple, type 1
HEEUSHUEREE

Exostoses, multiple, type 2
BEHEMZUUBREE

Branchiootic syndrome type 1
Branchiootic fEf&##58515Y
Branchiootorenal syndrome type 1
Branchiootorenal FEZE¥55 15!
Weaver syndrome

EBEAE

Coagulation factor deficiencies

&I & F R Z AE

Coagulation factor deficiencies

&I & F R Z AE

Coagulation factor deficiencies
RN F F R Z 5E

Coagulation factor deficiencies
RN F F R Z 5E

Coagulation factor deficiencies
RN F F R Z 5E
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EEES
Inheritance

AR

AR

AD/AR

AR
AR

AR

AR

XL
AD/AR
XL
AD

AR

AD

AD

AD

AR
AD
AR
AR
AR

AR

AR
AD

AD

AD

AD

AD
AR
AD/AR
AR
AR

AR



EERER EEER

Single Gene Disorder Inheritance
AR

Coagulation factor deficiencies

SR E F5R = 5E

Coagulation factor deficiencies

SR E F R = 5E

Coagulation factor deficiencies

SR E F5R = 5E

Hemophilia A

MR RAE

Coagulation factor deficiencies

BIMEAFERZE

Coagulation factor deficiencies

SR E F5R = 5E

Hereditary tyrosinemia type 1

EEMRaERMAELR

FAM111A-related skeletal dysplasia

FAM111AHHRBREBAR

Fanconi anemia

165 FANCA SHRERME AR
Fanconi anemia

166 FANCD2 SHRERME AR

Diseases of immune dysregulation

SRR

Diseases of immune dysregulation

SRR

Marfan syndrome

Beals Syndrome / Congenital Contractural Arachnodactyly

ZHREMRE / SRMEMEMIKIRE / Bt

Fructose-1,6-bisphosphatase deficiency

RWE-1,6- _BEAEBIR Z

Protoporphyria, erythropoietic

AL MK R O WA E

Coagulation factor deficiencies

SR E F5R=Z 5E

Coagulation factor deficiencies

SR E FHR=Z 5E

Lacrimo-auriculo-dento-digital syndrome

LADDJE &8

Hypophosphatemic rickets, autosomal dominant

B AL EE ({2 E

Encephalocraniocutaneous lipomatosis

i 6 52 15 B P 38 2 9iE

Hartsfield syndrome

Hartsfield fEf&%#

Hypogonadotropic hypogonadism 2 with or without anosmia

B 14 BB R M M R T B SRl 3R

Jackson-weiss syndrome

Jackson-Weiss fiEf& ¥

Osteoglophonic dysplasia

Osteoglophonic #5FER

Pfeiffer syndrome

Pfeiffer JEZE$

Trigonocephaly 1

—HAEREE R

Apert Syndrome

S{AECHE R Y

Crouzon syndrome

EE KRR

Jackson-weiss syndrome

Jackson-Weiss fiEf&E#

Pfeiffer syndrome

Pfeiffer fEZEF

Lacrimoauriculodentodigital syndrome

LADD fEf&%8#

158 F2
159 F5 AR

160 F7 AR

161 F8 XL

162 F9 XL

163 FAH AR

164 FAMI111A AD

167 FAS AD

168 FASLG AD
169 FBN1 AD
170 FBN2 AD
171 FBP1 AR
172 FECH AR
173 FGA AR
174 FGB AR
175 FGF10 AD

176 FGF23 AD

177 FGFR1 AD

178 FGFR2 AD
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179

180

181

182

183

184

185

186

187

188

189

190

191

192

193

194

195

196

197

198

199

200

201

FGFR3

FGG

FLAD1

FLNB

FLT4

FNIP1
FOLR1
FOXC2

FOXG1

FOXL2

FOXN1

FOXP3

FREM1

G6PC1
G6PD
GAA
GALK1
GALNS

GALT

GATAl

GATA4
GATA6

GBA[GBA1)

BEERER
Single Gene Disorder
Lacrimoauriculodentodigital syndrome
LADD fEf&8#
Camptodactyly, tall stature, and hearing loss syndrome
EHiEEHEMEARIEE
Crouzon syndrome with acanthosis nigricans
RENKERHSHERERMEAE
Muenke syndrome
Muenke EGYE &8
Achondroplasia, severe, with developmental delay and acanthosis nigricans
BRENHREREAEEHEREERBERMEIE
Thanatophoric dysplasia, type |
Btk iRAES — B
Thanatophoric dysplasia, type Il
BRI R iRAES — B
Coagulation factor deficiencies
SR E F5R = 5E
Lipid storage myopathy due to flavin adenine dinucleotide synthetase deficiency
HERRIRIE & EKR SRR Z 5 AR REEA R
Atelosteogenesis, type | and type Il
BREEAEE—BRE=H
Boomerang dysplasia
ORFERSRELE
Larsen syndrome
LarsenECIEREE ( SRR -FERMMAERS )
Congenital heart defects, multiple types
SRR
Lymphatic malformation 1
MEEFE
Agammaglobulinemia
mNIEIKE B MAE
Cerebral folate transport deficiency
B ZE AL B B TR A
Lymphedema-distichiasis syndrome
MEKIE-BTRGSE
Rett syndrome
Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome, type | and Il
FERUERGHBOPMES —BRE "R
Premature ovarian failure
RRUINERIE
Thymic defects
F AR ER P&
Diseases of immune dysregulation
SRR
Manitoba oculotrichoanal syndrome, MOTA
MOTA JEf&#¥
Bifid nose with or without anorectal and renal anomalies syndrome, BNAR
BNAR fE{ER#
FREM1-related congenital anomalies of kidney and urinary tract, CAKUT
FTRUBHAWRERS
Trigonocephaly
ERAE R R
Glycogen storage disease type 1A
FrEgfTEES 1R
Anemia, nonspherocytic hemolytic, due to G6PD deficiency
G6PDiRZ fiF (BT IE)
Infantile-onset Pompe disease
B 5RHRERPompe’®
Galactokinase deficiency
3 WM ES R = AE
Mucopolysaccharidosis 4a (Morquio)
MEEESRIAE (ETKE)
Classic galactosemia
R BRI S 2 W I fiE
GATAL-positive transient abnormal
myelopoiesis
GATAlRGMESHEE B REIEEE
Infantile diabetes mellitus
B RRNE R IR
Infantile diabetes mellitus
B RRNE R IR
Neuronopathic Gaucher disease
BERSERE

7119

EEES
Inheritance

AD

AR

AR

AD

AD

AR
AR
AD

AD

AD/AR

AR

XL

AD/AR

AR
XL
AR
AR
AR

AR

Somatic

AD
AD

AR



202

203

204

205

206

207

208

209

210

211

212

213

214

215

216

217

218

219

220

221

222

223

224

225

226

227

228

229

230

GCDH

GCH1

GCK

GFPT1

GFRAL

GJB1

GJB2

GJB6

GLA

GLB1

GLDC

GLI3

GLIS3

GLUD1

GMPPB

GNAl1l

GNMT

GOT2

GPIHBP1

GPR143

ADGRG1

GUCY2C

GUSB

HADHA

HADHB

HBA1

HBA2

HBB

HBG1

EERER

Single Gene Disorder

Glutaricaciduria, type |

R_RMES1E

Dopamine-responsive dystonia
ZEERREENENREE
Hyperphenylalaninemia, BH4-deficient, Type B
BRI S EIRISTRZ 2 &K A IR MAE

Congenital hyperinsulinism

SERMESRERME

Infantile diabetes mellitus

BRI RA

Congenital myasthenic syndromes
FRMEMBNGEIE

Renal hypodysplasia/aplasia 4, RHDA4
BREBAR/EBLE

Charcot-Marie-Tooth disease, X-linked dominant 1
MR EETHERS NERE

Sensorineural hearing loss

RBBEMRE

Deafness, autosomal recessive 1B
RErelRRHEERIES1BE

Fabry disease

%70 ¥ ECIE

GM1-gangliosidosis type 1,2,3
GM1#REERRTRES 18 - 5528 - 538
Mucopolysaccharidosis type 4

MEHEERIE

Glycine encephalopathy

HakliEm

Greig cephalopolysyndactyly syndrome

R E R RE IR B AE R RF

Pallister-Hall syndrome

Pallister-Hall fEf&%%

Polydactyly, postaxial, types Al and B

B8 Z1EE

Polydactyly, preaxial, type IV

B8 S1EE

Infantile diabetes mellitus

BRI RA

Congenital hyperinsulinism

FEREERERMIE

Congenital myasthenic syndromes
FREMBNGEIE

Hypocalcemia, autosomal dominant 2
AEMEEEmSES R

Hypocalciuric hypercalcemia, familial, type II
KRG ERS S MISAES — 5

Glycine N-methyltransferase deficiency
HREN-FEEBIERZE

Glutamic-oxaloacetic transaminase 2 deficiency
BER-ERIRERBARZTE

GPIHBP1 deficiency

GPIHBP1fAZ fiE

Ocular albinism type 1

IR {CESS 1R

Bilateral frontoparietal polymicrogyria, BFPP
ERIFBIRES /N EEE

Congenital sodium diarrhea

SRR F IR

Mucopolysaccharidosis 7 (Sly)

MZEESRTE ( LREE )

Long-chain 3-hydroxyacyl-CoA dehydrogenase deficiency and trifunctional protein deficiency
RIE3-REHME-COARSMRZ R=INAEEARZE
Long-chain 3-hydroxyacyl-CoA dehydrogenase deficiency and trifunctional protein deficiency
RIE3-REHME-COARSMRZ R=INAEZEARZE
Hemoglobin Bart's hydrops fetalis (subset of alpha thalassemia)
ERMARMATEKE (o-tPisREMKN—E)
Hemoglobin Bart's hydrops fetalis (subset of alpha thalassemia)
ERMARMATEKE (o-tPisREMKN—E)

Beta Thalassemia

B-ihehiB BB M

Sickle cell disease

R TIBYAL M 3K R R

Hereditary persistence of fetal hemoglobin, HPFH
EEMR R ERSELE
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EEES
Inheritance

AR

AD/AR
AR

AD
AR

AR

AR

XL
AD/AR
AD/AR

XL

AR

AR

AD

AR
AD

AR

AD

AR
AR
AR
XL
AR
AD
AR
AR
AR
AD

AD

AR

AD



EERER EEER

Single Gene Disorder Inheritance

Cornelia de Lange syndrome 5

231 HDAC8 Cornelia de LangeECREf& B ( IXBHECAEfRE¥ ) Xt
Combined pituitary hormone deficiency

232 HESXL MM T EmMERTE AD/AR
Tay-Sachs disease

233 HEA shepwmse AR
Hemochromatosis, type 1; HFE1

234 HFE s AR
Mitochondrial short chain enoyl-CoA hydratase | deficiency & 3-hydroxyisobutryl-CoA

235 HIBCH hydrolase deficiency AR
MBS AT HEIGRE - CoOAK S EBIIRZ K 3- R EE T Mt -CoAKBRES IR = AiE
Holocarboxylase synthetase deficiency

236 HS  sutmammnzE AR
HMG CoA lyase deficiency

237 HMGCL  pVG-conmmmumz AR
Congenital hyperinsulinism

238 HNFIA O s na AD
Congenital hyperinsulinism

239 HNF4A xR EEE S M AD
Au-Kline syndrome

240 HNRNPK Au-Kline S22 AD
Hawkinsinuria
EERE

241 HPD Tyrosinemia Type 3 AD/AR
BRAR RS MYESR 3R
Lesch-Nyhan syndrome
RF-EF MR

242 HPRT1 Hyperuricemia, HRPT-related XL
= FREE M YE
Costello syndrome

243 HRAS  smmmmmEaRmEE AD
17-beta hydroxysteroid dehydrogenase 3 deficiency

244 HSDITB3 17 o mmmEmkmEmHSESR AR
Adrenal hyperplasia, congenital

245 HSD3B2 SRR et AR
Spastic paraplegia 13, autosomal dominant

246 HSPDL v mmmenT omE AD
D-2-hydroxyglutaric aciduria 2

247 P2 s mEnmREs AP
Mucopolysaccharidosis 2 (Hunter)

248 IS msmmrgm (TREE) Xt
Mucopolysaccharidosis 1 (Hurler)

249 PUA - mmmem (mamE) AR
Infantile diabetes mellitus

250 IER3IP1 BT R AR
Insulin-like growth factor I, resistance to

21 IGFR - mmmemcERTAE AD/AR

252 IGHM Agammaglobulinemia AR

BREREQME
Charcot-Marie-Tooth disease, axonal, type 2S, CMT2S
HERBETEBE N EME
253 1GHMBP2 Spinal muscular atrophy with respiratory distress type 1, SMARD1 AR
BRI NEMRERHTREBE R
Central hypothyroidism

2> IGSF1 ¢$E'IE.EFH>§H'EIH§E1EE"F S XL
255 IKBKG ggog;;ngeﬁgBg;ﬁmunodeficTencTes N
256 IKZF1 ?Cg‘.’é“;';geﬁ:Bgﬁmunodeflaenqes. .
257 ILLORA ;gggg ;g%mmune dysregulatfon "
258 ILLORB 2;;;5;; ;;;ﬁlmmune-dysregulatmn "
259 ILIRN guggggg{;tor% disorders o -
260 IL2RG ;gg gc%rg%;;éd ‘&f_mmunodefchencfes N
261 IL7R gﬁ%eg ‘é.‘c;;;?ﬁl;;éd ﬁl_mm.unOdeflaenaes "
262 INS ;g;g):; ;;%betes mellitus .
263 IRAK4 %;ieﬁt;?egtég;ﬁé and innate immunity "
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264

265

266

267

268

269

270

271

272

273

274

275

276

277

278

279

280

281

282

283

284

285

286

287

288

289

290

291

IRF6

ITGB2
IVD
JAG1

JAK3

KAT6B

KCNH2

KCNJ11

KCNJS

KCNQ1

KCNQ2

KCNQ3

KDM6A

KDR

KIT

KLHL40
KMT2D
KRAS
LAMTOR2
LAT
LCK
LCP2
LDLR
LHX3
LHX4
LIG4

LIPA

PAFAH1B1

EERER

Single Gene Disorder

Popliteal pterygium syndrome 1

L 75 32 K BSE i fi% B%

Van der Woude syndrome

Van der Woude fEf&8# (BB ERRRBEMIBEEARAIRR )
Congenital defects of phagocyte number, function or both
FMEAR A BB B ThAESE R ERFE

Isovaleric acidemia

FIXEE MYE

Alagille syndrome 1

P S ERAE (R R SR — B

Severe combined immunodeficiencies
BREESRERIEE

Genitopatellar syndrome

HIER-EBIERER
Say-Barber-Biesecker-Young-Simpson syndrome(SBBYSS syndrome)
SBBYSS fEfZ ¥

Long QT syndrome

RQTERE

Congenital hyperinsulinism

SR BRERME

Infantile diabetes mellitus

82 5 RUiE RIS

Hyperaldosteronism

R S ERE

Long QT syndrome

RQTERES

Self-limited familial neonatal epilepsy, neonatal-onset developmental and epileptic
encephalopathy

B PR SRR M T 2 SRR ~ R A 52 R 58 B R R M B R
Self-limited familial neonatal epilepsy, neonatal-onset developmental and epileptic
encephalopathy

B BRI 3T A SRR - 4 SRR IR B B R A M B
Kabuki syndrome

MEFIRAEMREF

Hemangioma, capillary infantile

BRMMERE

Gastrointestinal stromal tumor, GIST

BREEERE

Piebaldism

BHR B 1ETE

Nemaline myopathy 8, autosomal recessive

P8t E M ARARBS AR

Kabuki syndrome

Noonan syndrome 1

Bl oakid)

Immunodeficiency due to defect in MAPBP-interacting protein
MAPBP#EERE B RIE 2 BB RZiE

Severe combined immunodeficiencies
BEBESRERIEE

Combined immunodeficiencies

BaRERIEE

Severe combined immunodeficiencies
BEBESRERIEE

Hypercholesterolemia, familial, 1
Kk = IR E B M

Combined pituitary hormone deficiency
BEEMETERNRRZE

Combined pituitary hormone deficiency
BEEMETERNRRZE

Severe combined immunodeficiencies
BREEASREHRIEE

Lysosomal acid lipase deficiency
AEERSRE M AEREFAZ A

Lissencephaly 1

FREAES—H

Subcortical laminar heterotopia

BB TR R E ZAAE

10/19

EEES
Inheritance

AD

AR
AR
AD

AR

AD

AD

AD/AR

AD

AD

AD

AD

XL

AD

AD

AR
AD
AD
AR
AR
AR
AR
AD/AR
AR
AD
AR

AR

AD



292

293

294

295

296

297

298

299

300

301

302

303

304

305

306

307

308

309

310

311

312

LMNA

LMX1B

LRBA

LYST

MAGED2

MAP2K1

MAP2K2

MATN3

MCCC1

MCCC2

MCEE

MECOM

MECP2

MFN2

MLYCD

MMAA

MMAB

MMACHC

MMADHC

MMUT

MNX1

EERER

Single Gene Disorder

Cardiomyopathy, dilated, 1A

RRELO AN RS 1AR

Charcot-Marie-Tooth disease, type 2B1
EITIEBEE I Z4AE 2B1E

Emery-Dreifuss muscular dystrophy 2, autosomal dominant
Emery-Dreifussfl A &IE - BB AR TIEE
Emery-Dreifuss muscular dystrophy 3, autosomal recessive
Emery-DreifussflA&IE - BB EREIEHIEE
Heart-hand syndrome, Slovenian type

& e B FIE (R BE

Hutchinson-Gilford progeria

BEE

Lipodystrophy, familial partial, type 2

RIEMEE SRR R B

Malouf syndrome

Malouf fEf& 2%

Mandibuloacral dysplasia

THEEEFR

Muscular dystrophy, congenital

SRR ELE

Restrictive dermopathy 2

IR 14 RS (8

Nail-Patella Syndrome

B PREEERR

Diseases of immune dysregulation

AR

Severe congenital neutropenias
BESLSRMEPHAMIKERZE

Bartter syndrome

ERERERR

Cardiofaciocutaneous syndrome 3
Cardiofaciocutaneous fEf&# 55 =2
Cardiofaciocutaneous syndrome 4
Cardiofaciocutaneous JEfi& &% 55 [0 &

Epiphyseal dysplasia, multiple, 5
ZRMBREELAESERE

3-Methylcrotonyl-CoA carboxylase 1 deficiency, MCC1D (MCCC1-Related)
-FEECTHHERACBRRRZAESIE
3-Methylcrotonyl-CoA carboxylase 2 deficiency, MCC2D (MCCC2-Related)
-FEECTHHERACBRRZAESR2E

Isolated methylmalonic acidemia

PRIT BYEREL A T ER M AE

(Vitamin B12-responsive) Methylmalonic acidemia
HERBI2RERPER M

Severe congenital thrombocytopenias
EESER M MR AE

Neurodevelopmental conditions (i.e. Rett syndrome)
WEBRER (M5 EAE )

Charcot-Marie-Tooth disease, axonal, type 2A2A
HREETEHENEME

Charcot-Marie-Tooth disease, axonal, type 2A2B
HREETEHENEME

Hereditary motor and sensory neuropathy VIA
EEENARE SRS

Malonyl-CoA decarboxylase deficiency
AR AR AR BB A Z AE

Isolated methylmalonic acidemia

PRIT BYEREL ] T EE M AE

(Vitamin B12-responsive) Methylmalonic acidemia
HERBI2RERPER "M

Isolated methylmalonic acidemia

PRIT BYEREL N T EE M AE

(Vitamin B12-responsive) Methylmalonic acidemia
HERBI2RERPER M

Methylmalonic aciduria and homocystinuria, cblC type
PER_BRAESHSFMEERKE - cbICE
Isolated methylmalonic acidemia

PRIT BYEREL N T EE M AE

(Vitamin B12-responsive) Methylmalonic acidemia
HERBI2RERPER M

Infantile-onset Pompe disease

B 5RHAERPompe’R

Infantile diabetes mellitus

LKA

11/19

EEES
Inheritance

AD/AR

AD
AR
AR
XL
AD
AD
AD
AR

AR

AR

AD

XL

AD/AR

AR

AR

AR

AR

AR

AR

AD



313

314

315

316

317

318

319

320

321

322

323

324

325

326

327

328

329

330

331

332

333

334

335

336

337

338

MOCS1

MPI

MPL

MRAP

MSN

MSRB3

MSX2

MTM1

MUSK

MYD88

MYH3

MYH7

MYO5B

MYRF

NAGS

NANS

NCF1

NCF2

NCF4

NDE1

NDP

NEUROG3

NEXN

NF1

NF2

NHEJ1

EERER

Single Gene Disorder

Molybdenum cofactor deficiency

SREREFIRZE

MPI-CDG

MPI-CDG ( B H B R BIIRZIE )

Severe congenital thrombocytopenias
EREER M M/ AE

ACTH signaling defects

ACTHFSRERFE

Severe combined immunodeficiencies

BREESRERIEAE

Genetic hearing loss

EERENERE

Parietal foramina 1

BEEAES T

Myotubular myopathy, X-linked, XLMTM
HEEEN/NERE

Congenital myasthenic syndromes

FERUENENGSIE

Defects in intrinsic and innate immunity
AERSFER R B HRIE

Arthrogryposis, distal, type 2A (Freeman-Sheldon syndrome)
BRI ZM2AE ( Freeman-SheldonEGiEIEEF )
Arthrogryposis, distal, type 2B3 (Sheldon-Hall syndrome)
BRI ZM2BE! ( Sheldon-HallEGEEEEF )

Contractures, pterygia, and spondylocarpostarsal fusion syndrome 1A
FAET S - RIRBASHE TR SMSELAR
Contractures, pterygia, and spondylocarpotarsal fusion syndrome 1B
RAETEEME - BIRBSASHE TR SRS ELBE
Cardiomyopathy, dilated, 1S

IR AN R

Cardiomyopathy, hypertrophic, 1

BE =t 00 A Jr

Congenital myopathy 7A, myosin storage, autosomal dominant
BRERBHEENREARTFHERENR 7AR

Congenital myopathy 7B, myosin storage, autosomal recessive
IEreRBHEENIREaREEERENR 7BE

Left ventricular noncompaction 5

ELEHERE

Diarrhea with microvillus atrophy, with or without cholestasis
HAEFFHERTERNMAEERUER
Cardiac-urogenital syndrome

1D B 0 R 2 BRI 1 B¥

Encephalitis/encephalopathy, mild, with reversible myelin vacuolization
{2 0] 2 M R B 22 L B RO B R i 38 / Bl

Nanophthalmos 1

INIREE

N-acetylglutamate synthase deficiency
N-ZEHRREESMBIRZE

NANS-CDG, congenital disorder of glycosylation
SERUBEIERE

Congenital defects of phagocyte number, function or both
FH AR A S B ThAESE R ERFE

Congenital defects of phagocyte number, function or both
FH AR S B ThAESE R ERFE

Congenital defects of phagocyte number, function or both
F AR B S B ThAESE R ERFE

Lissencephaly 4 (with microcephaly)

S [ AE 58 0 B 47/ )\ BE S S

Microhydranencephaly

NFETEK 1 R A RS T

Norrie disease

HERR

Exudative vitreoretinopathy 2, X-linked

X-EHR RS2 HEIRE R R AR R

Infantile diabetes mellitus

B2 SR RUE PRI

Cardiomyopathy

YR

Neurofibromatosis type 1, NF1

MR EEEE R

Neurofibromatosis type 2, NF2

MR EEEE R

Severe combined immunodeficiencies

BEESRERIEE
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EEES
Inheritance

AR

AR
AR
AR
XL
AR
AD
XL
AR

AR

AD/AR

AD/AR

AR

AD

AR
AR
AR
AR

AR

AR

XL

AR
AD/AR
AD
AD

AR



EERER EEER

Single Gene Disorder Inheritance
AD

Cornelia de Lange syndrome 1
Cornelia de Lange ECAEfRE#

Atrial septal defect 7, with or without AV conduction defects
INERIRIESETE

Ventricular septal defect 3
EPiRiRIEE3E

Tetralogy of Fallot

EE K ERE

Hypoplastic left heart syndrome 2
ELBBEAEERRE2E
Autoinflammatory disorders

B B R AE MR IR

Autoinflammatory disorders

B B R AE R IR

Alagille syndrome 2

P S ERAE (R R SR Y

Niemann-Pick disease type C1, NPC1
EESUEECIE

Niemann-Pick disease type C2, NPC2
EE8EEC2E

Epilepsy, familial focal, with variable foci 3
HREREREZ KRG R EmSE =5
Adrenal hypoplasia

BLREERE

Primary aldosteronism

RS 14 B B A IS 2 AE

Adrenal hypoplasia

BLREERE

Noonan syndrome 6
BRI RRF SN E

Sotos syndrome

Sotos fEfERE

Congenital hemidysplasia with ichthyosiform erythroderma and limb defects(CHILD syndrome)
i M == 2h A (Y ﬂ y ] 147
352 NSDHL KERUFBRERESHAGIRIRRAE R RIE XL
CK syndrome

CK fEfREE

Ornithine Aminotransferase (OAT) deficiency
SREaEBBE (OAT) RZAE
Dent disease 2
354 OCRL ~ Dent@ XL
Lowe syndrome
Lowe ECfE & ¥
Ornithine transcarbamylase (OTC) deficiency
SERESPHEEERE (OTC) RZAE
Sensorineural hearing loss
RESENRE
Combined pituitary hormone deficiency
EAMHTERRRRZE
Succinyl-CoA:3-ketoacid CoA transferase (SCOT) deficiency
IR3ARE-CoA:3-FiEE CoABE2 8 ( SCOT ) BRZIE
Phenylketonuria, PKU
359 PAH  EIRIE — AR
Hyperphenylalaninaemia
SRR ME
Thymic defects
AR TR FE
Glomerulosclerosis, focal segmental, 7
361 PAX2 E%B'H%é&%ﬁﬁﬁbﬁ AD
Papillorenal syndrome
B IR R IR R BE
Infantile diabetes mellitus
362 PAX6 STy R AD
Hyperphenylalaninemia, BH4-deficient, Type D
DEIMSEIRIZIRZ 2 &K AR ME
Propionic acidemia
AL ME
Propionic acidemia
AL ME
Developmental and epileptic encephalopathy 9
ZRUERMREENE
ACTH signaling defects
ACTH SR RBE

339 NIPBL

340 NKX2-5 AD

341 NLRC4 AD

342 NLRP3 AD
343 NOTCH2 AD
344 NPC1 AR
345 NPC2 AR
346 NPRL3 AD
347 NROB1 XL
348 NR3C2 AD
349  NR5A1 AD
350 NRAS AD

351 NSD1 AD

353 OAT AR

355 OoTC XL

356 OTOF AR
357 OTX2 AD

358 OXCT1 AR

360 PAX1 AR

363 PCBD1 AR

364 PCCA AR
365 PCCB AR
366 PCDH19 XL

367 PCSK1 AR
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368

369

370

371

372

373

374

375

376

377

378

379

380

381

382

383

384

385

386

387

388

389

390

391

392

393

394

395

396

397

398

399

400

PDHA1

PDHB

PDHX

PDP1

PDSS1

PDSS2

PDX1

PEX1

PGM1

PGM3

PHEX

PHGDH

PIEZO1

PIK3CA

PIK3R1

PKD1

PKD2

PKHD1

PKLR

PROKR2

PLEC

PLPBP

PMM2

PNPO

POLR1C

POLR3A

POLR3B

POMC

POU1F1

POU4F3

PRDX1

PREPL

PRF1

BERER
Single Gene Disorder
Primary pyruvate dehydrogenase complex deficiency
REMANKRRESBESERRZE
Primary pyruvate dehydrogenase complex deficiency
REMANKRRESBESERRZE
Primary pyruvate dehydrogenase complex deficiency
REMANKRRESBESERRZE
Primary pyruvate dehydrogenase complex deficiency
REMANKRRESBESRRZE
Primary CoQ10 deficiency
[REE M HESQLOMRZ fiE
Primary CoQ10 deficiency
[REE M HESQLOMRZ AiE
Infantile diabetes mellitus
ERRRERA
Peroxisome biogenesis disorder(Zellweger syndrome)
BRICYEREER ( ZellwegerECEEEF )
PGM1-CDG
PGM1-CDG ( Bl AEEEMIMLRZAE )
Combined immunodeficiencies
BEERBRIEE
Hypophosphatemic rickets, X-linked dominant
BEEMERREOERE
3-PGDH deficiency
3-BiR M ER IR SIS TR Z IE
Dehydrated hereditary stomatocytosis with or without pseudohyperkalemia and/or perinatal
edema
EEMREMAMIKESE
Lymphatic malformation 6
MEERREAE
Megalencephaly-capillary malformation-polymicrogyria syndrome, MCAP
B 5 72 - 1L 1 5 s R i IR B
Agammaglobulinemia 7, autosomal recessive
EiEERRERERE
Immunodeficiency 36
RBRZIES368Y
SHORT syndrome
SHORT fEf&#F
Polycystic kidney disease 1
ZRUER
Polycystic kidney disease 2
ZRUER
Autosomal recessive polycystic kidney disease
faRERErERRTEES RSN
Human erythrocyte R-type pyruvate kinase deficiency
AL SRRESAER BL A EE GR = AE
Kallmann syndrome
KallmannEGHE & £%
Congenital myasthenic syndromes
FEREMNBNGREIE
Pyridoxine-dependent epilepsy
A RBOIRE M EM
Carbohydrate Deficiency Glycoprotein Type | syndrome
fix KIEERZHE QERRFFE T
Pyridoxine-dependent epilepsy
A RBOIRE M EM
4H Leukodystrophy
4H MBEXREE
4H Leukodystrophy
4H MBEXREE
4H Leukodystrophy
4H MBEXREE
ACTH signaling defects
ACTHFSRERFE
Combined pituitary hormone deficiency
EEUM T ERARRZE
Sensorineural hearing loss
BB MENIRE
Maternal vitamin B12 deficiency
( Methylmalonic aciduria and homocystinuria cbIC type)
FERABRMAERZ #ERBL3
Congenital myasthenic syndromes
FREMBNGREIE
Diseases of immune dysregulation
SRR R
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EEES
Inheritance

XL

AR
AR
AR
AR
AR
AD
AR
AR
AR
XL

AR

AD/AR

AD

AR
AD
AD
AD
AD
AR
AR
AD/AR
AR
AR
AR
AR
AR
AR
AD/AR
AR
AD/AR

AD

AR

AR

AR



401

402

403

404

405

406

407

408

409

410

411

412

413

414

415

416

417

418

419

420

421

422

423

424

425

426

427

428

429

430

PRKDC
PRODH

PROP1

PRRT2

PRSS1

PTF1A

PTPN11

PTPRC
PTS
QDPR
RAB23
RAB27A
RAC2
RAD21
RAF1
RAG1
RAG2
RAPSN
RBMSA

RELN

REN

RET

RFX5
RFX6
RFXANK
RFXAP
RIT1
RNF213
RPE65

RPL11

EERER EEER

Single Gene Disorder Inheritance

Severe combined immunodeficiencies

BREESRERIEAE

Hyperprolinemia, type |

= f AR B4 [ RE

Combined pituitary hormone deficiency
EEUM T ERMRRZE

Self-limited familial neonatal epilepsy, neonatal-onset developmental and epileptic
encephalopathy AD
B PR R IR T SRR - 4 SRR IR 58 B R R 1 B
Pancreatitis, hereditary

B RRRE

Infantile diabetes mellitus

B2 SR RVE PRI

Leopard syndrome 1

Leopard fEZER#SE—TY
Metachondromatosis

BEAtREER

Noonan syndrome 1
BrRRERRE R

Severe combined immunodeficiencies
BERASREHRIEE
Hyperphenylalaninemia, BH4-deficient, Type A
ABMSEIRIZTRZ 2 SRR IRE ME
Hyperphenylalaninemia, BH4-deficient, Type C
CRNSEIRIRTRZ 2 SRR IREE M
Carpenter syndrome 1
FARSKERHE1IR

Diseases of immune dysregulation
REREER

Severe combined immunodeficiencies
BERASREHRIEE

Cornelia de Lange syndrome 4
Cornelia de Lange REEfES#

Noonan syndrome 5
ErREEFSERE

Severe combined immunodeficiencies
BERASREHRIEE

Severe combined immunodeficiencies
BREESREHRIEAE

Congenital myasthenic syndromes
FRUINEBENGSE

Severe congenital thrombocytopenias
ERE SRR M M/RE D E

Lissencephaly 2 (Norman-Roberts type)
TRES " (2 - BARKSIE)
Renal tubular dysgenesis
BINEBRBRRE

Tubulointerstitial kidney disease, autosomal dominant, 4
IEreRBMEETE )\ ERENER
Hirschsprung disease

SEREEBBIE

Medullary thyroid carcinoma

iR IRBEE

Multiple endocrine neoplasia
LEREAN D WIEE

Pheochromocytoma

15 5% 4H YR

Combined immunodeficiencies

BE RERIGE

Infantile diabetes mellitus

2SR RUE R IR

Combined immunodeficiencies

BE RERIGE

Combined immunodeficiencies

BE RERIGE

Noonan syndrome 8
LERRAERRFSE )\ B

Moyamoya disease 2
EERMMERR (FHIE)
RPE65-related disease
RPEG65 8 B8 453 48 5 o £
Diamond-Blackfan anemia
HA-mEENED

AR
AD/AR

AR

AD

AR

AD

AR
AR
AR
AR
AR
AD/AR
AD/AR
AD
AR
AR
AR
AR

AD/AR

AD/AR

AD

AR
AR
AR
AR
AD
AD/AR
AD/AR

AD
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EERER EEER

Single Gene Disorder Inheritance

Diamond-Blackfan anemia

431 RPL5 WE-HREAEM AD
Diamond-Blackfan anemia

432 RPS10 WBE-HREAEM AD
Diamond-Blackfan anemia

433 RPS19 BE- RS AN AD
Diamond-Blackfan anemia

434 RPS24 WE-HREAEM AD

Cleidocranial dysplasia

HEBEEHMBARE

Dravet Syndrome

STRAEMEEE ( DravetfE(EE# )

Developmental and epileptic encephalopathy 6B, non-Dravet

i ede bl prpd

Epilepsy, generalized, with febrile seizures plus, type 2

EEMENS S EE

Severe myoclonic epilepsy of infancy

BRERRIHIEERE

Developmental and epileptic encephalopathy

BE MRS

Congenital myasthenic syndromes

FREMBNEGEIE

Long QT syndrome

RQUERES

Self-limited familial neonatal epilepsy, neonatal-onset developmental and epileptic

440 SCNSA encephalopathy AD

BREREEMERRRN - fERRRESREMEER

Primary aldosteronism

R4 EE EI AR IS 2 AE

Primary aldosteronism

RS EI AR IS 2 AE

Primary aldosteronism

R EE B AR IS 2 AE

Hereditary angioedema typesl and 2, HAE

EEtmMESKES BERETE

Acrofacial dysostosis 1, Nager type

HMAES BB A RAERR (NagerfEEEE )

Surfactant deficiency

it 2 B 14 R R =2 S

Diseases of immune dysregulation

RER TR

Noonan syndrome-like with loose anagen hair 1

BEBNERHSHERMEERIE

Congenital sucrase-isomaltase deficiency

FRUFE-REFREBRZE

Shprintzen-Goldberg syndrome

Shprintzen-Goldberg fE{&#%

Early infantile epileptic encephalopathy

5 HA 22 52 A 1 B

MCTS8 deficiency

452 SLC16A2  (Allan-Herndon-Dudley Syndrome) XL

MCT8IRZJE ( 3ZfR-Hl B = - EEFIAEMREE )

Congenital myasthenic syndromes

FREMBNGEIE

Biotin-thiamine responsive basal ganglia disease

EYR-MREEREERZR

Primary Carnitine Deficiency

[RE T PNER TR Z A

Congenital myasthenic syndromes

FREMBNGREIE

Citrullinemia type 2

JABZRE MAESR 28

Hyperornithinemia-hyperammonemia-homocitrullinuria syndrome

= 5 UL I - 1= &0 N fE - ) /I S B PR A fI ¥

CACT deficiency

AERAERL BB IR ZAE (CACTRAZE )

Fontaine progeroid syndrome

BRI RRERE

435 RUNX2 AD

436 SCN1A AD

437 SCN2A AD

438 SCN4A AR

439 SCN5A AD

441 SCNN1A AR

442 SCNN1B AR
443 SCNN1G AR
444 SERPING1 AD/AR
445 SF3B4 AD
446 SFTPC AD
447 SH2D1A XL
448 SHOC2 AD
449 Sl AR
450 SKI AD

451 SLC13A5 AR

453 SLC18A3 AR

454 SLC19A3 AR
455 SLC22A5 AR
456  SLC25A1 AR
457  SLC25A13 AR
458  SLC25A15 AR
459  SLC25A20 AR

460  SLC25A24 AD
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EERER EEER

Single Gene Disorder Inheritance

Achondrogenesis 1b
REERAEH1bE
Atelosteogenesis type 2
BREBAEEH

461 SLC26A2 Epiphyseal dysplasia, multiple, 4 AR
ZRMBREFIEHENE
Diastrophic dysplasia
BREEAR
Congenital chloride diarrhea

462 SLC26A3 ST MR TIEE AR
Sensorineural hearing loss

£ 300 4 1 i 4

463 SLC26Aq  EORIRAEIEIEA AR
Pendred syndrome
Pendred EGiE 1% ¥
Glucose transporter type 1 deficiency

464 SLC2A1 EEEEEEL NS AD/AR
Infantile diabetes mellitus

465 SLC2A2 BREI T R AD
SLC35A2-CDG

466  SLC35A2  (Congenital disorder of glycosylation, type lim) XL
FRMEFEECIEH
Glucose-galactose malabsorption

67 SIOAL wawm v nmmKRE AR
Congenital myasthenic syndromes

468 SLC5A7 SRRIENE AR AR
Congenital sodium diarrhea

469 SLC9A3 RS T AR
Meleda disease

470 SLURP1 Meleda2 & AR
Juvenile polyposis/hereditary hemorrhagic telangiectasia syndrome
MEZEM/ABEE N L M MERRE
Juvenile polyposis syndrome

AL SMADE mmznmpEen AD
Myhre syndrome
Myhre fEfZ#¥
Cornelia de Lange syndrome 2

472 SMCI1A Cornelia de LangeEEﬁﬂ%E* ( IXBEECRE IR ) XL
Developmental and epileptic encephalopathy
BRMERMRRE
Cornelia de Lange syndrome 3

473 SMG omelia de Lange o 18R ( IXBIFE1RE ) AP
Spinal muscular atrophy

474 SMN1 BEMINERE AR
Niemann-Pick disease type A, type B

475 SMPD1 EEISEAR . BRI AR
Congenital myasthenic syndromes

476 SNAP25 SRMIENES R AD
Cerebro-costo-mandibular syndrome

477 SNRPB RSB/ A R B AD

478 soD1 Amyotrophic lateral sclerosis 1 AD/AR
MELEM R RECES —B
Noonan syndrome 4

479 SOS1 2 2 (B 5 T AD
Noonan syndrome 9

480 SOS2 2 (R B 2 T AD
Combined pituitary hormone deficiency

L SOB seumTERRERTE Xt
46XX/46XY sex reversal
T BIEE
Campomelic dysplasia

482 SOX9 GIERERE AD
Campomelic dysplasia with autosomal sex reversal
RISRBEAR KRR
Hereditary Spastic Paraplegia, HSP

483 SPAST BT S AD
Teebi hypertelorism syndrome 1

84 SPECCIL  reehimiRIEE R IR AP
Legius syndrome

485 SPRED1 W R AD
Pseudovaginal perineoscrotal hypospadias(5-alpha-reductase deficiency)

186 SRDSA?  pesemmemmE TR (S ERERIE) AR

487 STAR Adrenal hyperplasia, congenital AR

FRMEE LIRS
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488

489

490

491

492

493

494

495

496

497

498

499

500

501

502

503

504

505

506

507

508

509

510

511

512

513

514

515

516

517

518

519

520

521

522

523

STAT3

STX11

STXBP1

STXBP2

SuUZ12

SYNGAP1

SYT2

TAFAZZIN

TARDBP

TAT

TBX19

TBX5

TCF12

TCF3

TGFBR1

TGFBR2

TH

THPO

TPO

TRAF7

TRAPPC2

TRHR

TRMU

TRPM6

TSC1

TSC2

TSHB

TSHR

TTC7A

TTR

TUBA1A

TWIST1

UBE3A

UGT1Al

UNC13D

UROS

EERER EEER

Single Gene Disorder Inheritance

Infantile diabetes mellitus

DL e AP
Diseases of immune dysregulation AR
RIERET TR

STXBP1-related neonatal epilepsy

STXBPL4ERAH 4 52 AD/AR
Diseases of immune dysregulation AR
RIERET TR

Imagawa-Matsumoto syndrome, IMMAS(SUZ12-related overgrowth disorder) AD
Imagawa-Matsumoto FEfEEF ( SUZ12-related BELERIER )

Intellectual developmental disorder, autosomal dominant 5 AD
BhER RN

Congenital myasthenic syndromes

XM IENEETE AD/AR
Barth syndrome XL
EAE R RY

Amyotrophic lateral sclerosis 10 AD
ZEEM R RECES 2

Tyrosinemia type 2 AR
ERRREE MAESE — B

ACTH signaling defects AR
ACTHFSRERFE

Holt-Oram syndrome AD
Holt-OramEGE & 8§

Craniosynostosis 3 AD
EBEBRESES =R

Agammaglobulinemia

mAEIRE S AD/AR
Loeys-Dietz syndrome 1, LDS AD
Loeys-Dietz fiEfRB¥ 55 —EY

Loeys-Dietz syndrome 2, LDS AD
Loeys-Dietz fiEEE¥55 B

Dopa responsive dystonia, autosomal recessive Segawa syndrome, recessive

Tyrosine hydroxylase deficiency AR
ERRREE S CEBIR = iE

Severe congenital thrombocytopenias

B R  MRR E AD/AR
Goitrous hypothyroidism AR
ERAR AR AE B ER AR AR ThAE(E T

Cardiac, facial, and digital anomalies with developmental delay AD
Ol - EERFIE/MELRE S HERIES

Spondyloepiphyseal dysplasia tarda XL
EBRUFHESHRERIR

Central hypothyroidism AR
&4 FARBRINBER T

Liver failure, infantile, transient AR
BRFIIRERIS (HRHY)

Hypomagnesemia Type | AR
EEEMAE1E

Tuberous sclerosis complex AD
AEEnERE(CRE

Tuberous sclerosis complex AD
AEEnERE(CRE

Central hypothyroidism AR
&4 FARBRINBER T

Permanent neonatal hyperthyroidism AD
KA BARBRINAETLIE

Severe combined immunodeficiencies AR
BREESRERIEAE

Amyloid polyneuropathy, familial AD
RIEM RIS B RE

Lissencephaly 3 AD
TREAESE=F

Saethre-Chotzen syndrome AD
Saethre-Chotzen KKJE % 8f

Angelman syndrome AD
PN

Crigler-Najjar type 1

ERAREESIE (SROEDE) AD/AR
Diseases of immune dysregulation AR
Protoporphyria, erythropoietic AR
AL M 3K = ASMRIE
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524

525

526

527

528

529

530

531

532

533

534

535

536

537

538

539

USH1C

USP18

VAMP1

VAPB

VHL

VLDLR

WAC

WAS

WDR62

WEFS1

XIAP

ZAP70

ZEB2

ZFP57

ZICc1

ZIC3

EERER

Single Gene Disorder

Genetic hearing loss

EEMHENEE

Autoinflammatory disorders

BIESERER

Congenital myasthenic syndromes

FRMEMBNGEIE

Amyotrophic lateral sclerosis 8

A ZE MR RTEEAES )\ B

Von Hippel-Lindau syndrome
EF(O-MIEEREE (1R A /)\§E 7 5 M & & i)

Cerebellar ataxia, mental retardation, and dysequilibrium syndrome 1, CAMRQL(VLDLR
cerebellar hypoplasia)

NEBRBEARE - BRtRRERATEHRFERES—E (VIDLR MERELE)
Desanto-Shinawi syndrome

Desanto-Shinawi fE & ##

Combined immunodeficiencies

BEERBRIGE

Microcephaly 2, primary, with or without cortical malformations
RE N ERR - #ARAHARERY

Wolfram syndrome 1

Wolfram K fE & 8%

Diseases of immune dysregulation

AR

Combined immunodeficiencies

BERERIGAE

Mowat-Wilson syndrome

Mowat-Wilson fE &8

Infantile diabetes mellitus

B ENE R

Structural brain anomalies with impaired intellectual development and craniosynostosis,
BAIDCS

HEENRERENERERRANERGERE

Congenital heart defects, nonsyndromic, multiple types, 1, X-linked
FeR MO TRPAE

Heterotaxy, visceral, 1, X-linked

Fi 8 RALERE

VACTERL association, X-linked

VACTERLA S

EEES
Inheritance

AR

AR
AR
AD

AD

AR

AD
XL
AR
AD/AR
XL
AR
AD

AD/AR

AD

XL

EliEI

iEEET Inheritance
AD : BER e EEREMIE @ Autosomal dominant
AR : BER RSB MA@ Autosomal recessive
XL : X et E & X-linked inheritance
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