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GENE TESTRZ#RER GENE TESTRE#iBEF & AR HEERERR (KR HEERES (FR)
1 | Aarskog-Scott syndrome FDGL INRE Aarskog-Scott syndrome 7—AAS-RAVMERE
2 | Achondrogenesis coL241 INRE achondrogenesis REWRELE
Achondrogenesis Type 1A
Type II Collagenopathies
Achondrogenesis Type 2
Kniest Dysplasia
Spondyloepiphyseal Dysplasia
Spondyloepiphyseal Dysplasia, Congenita
Stickler Syndrome Type I
3 |Achondroplasia INRE achondroplasia REEARAE
Achondroplasia FGFR3
Pseudoachondroplasia comp
Severe A ia with D Delay and Acanthosis Nigricans (SADDAN) FGFR3
4 | Adenosine Deaminase Deficiency ADA INRE ADENOSINE DEAMINASE DEFICIENCY 7T/ TTIF—ERERE
5 | Adenylosuccinase Deficiency ADSL INRE ADENYLOSUCCINASE DEFICIENCY T7TZARGLF—ERIEE
6 | Adrenoleukodystrophy INRE ADRENOLEUKODYSTROPHY BBER AT —
Peroxisome Biogenesis Disorders (PBD) (BIIESR) INRE ADRENOLEUKODYSTROPHY, AUTOSOMAL NEONATAL FORM BIBBESANOT —, BiREdiiE IR
Zellweger Syndrome Spectrum INRE PSEUDONEONATAL ADRENOLEUKODYSTROPHY BBEE AT — BFERR
Neonatal Adrenoleukodystrophy
Adrenoleukodystrophy, X-Linked ABCDI
Adrenomyeloneuropathy
P A ophy ACOX1
7 | Aldolase A Deficiency ALDOA INRE aldolase deficiency TIVRS—tERIEEE
8 | Alkaptonuria HGD INRE ALKAPTONURIA TIVHT N RIE
9 |Alport Syndrome BRE} Alport syndrome TIVR—MEREE
Alport Syndrome INRE Epstein syndrome IT RG> FEMREE
Alport Syndrome, Autosomal Recessive COL443,COL4A4 INRE Fechtner syndrome TxOF—EIREE
Alport Syndrome, X-Linked COL4AS
Alport Syndrome with Leukocyte Incl and penia [Fechtner Syndrome] MYH9
Alport Syndrome with ytopenia [Epstein ] MYH9
10 |Alzheimer Disease HENE BEEEE familial Alzheimer disease REMT VY NI
Alzheimer Disease
Early-Onset Familial Alzheimer Discase
Alzheimer Disease Type 1 APP
Alzheimer Disease Type 3 PSENI
Alzheimer Disease Type 4 PSEN2
Late-Onset Familial Alzheimer Discase
Alzheimer Disease Type 5 AD5
Alzheimer Disease Type 2 [Apolipoprotein E Genotyping] APOE
1 |A yocytic T! ytopenia, C MPL NRE genital amegakaryocytic thromt P SR MR EALSF BRI/ MR D E
12 | Amyloidosis INRE AMYLOID POLYNEUROPATHY,FAMILIAL REMETIOARAR) Za—0/8F—
Transthyretin Amyloidosis TTR N AMYLOIDOSIS, FAMILIAL VISCERAL REKTIOAR—2 R
Familial Amyloid Cardiomyopathy HENT familial amyloid polyneuropathy RIEH7IOMRR) =2 —0O/8F—
Familial Amyloid Pol Type 1(Portuguese-Swedish-Japanese type)
Familial Amyloid Polyneuropathy Type II (Indiana/Swiss or Maryland/German type)
Familial Oculoleptomeningeal Amyloidosis
Leptomeningeal Amyloidosis
Urticaria-Deafness-Amyloidosis Syndrome [Muckle-Wells Syndrome] cl4s1
Amyloidosis V GSN
13 | Amyotrophic Lateral Sclerosis NRE wEAE familial amyotrophic lateral sclerosis RIEMEHE MR RIE(CE
Amyotrophic Lateral Sclerosis with Frontotemporal Dementia ALS2,ALS3,ALS4,ALS5,ALS6,ALS7
SODI-Related Amyotrophic Lateral Sclerosis SODI(=ALS1)
14 |Angelman syndrome UBE3A4 INRE Angelman syndrome TP TV IR
15 | Aniridia BR7 aniridia BATF
Isolated Aniridia PAX6 NRE RE WAGR syndrome WAGRIEIR B
WAGR Syndrome [Wilms Ty iridia-Genital i ion Syndrome] PAX6,WT1
16 |Anterior Segment Mesenchymal Dysgenesis FOXE3.PITX2,PITX3 BRF} anterior segment mesenchymal dysgenesis RIBRARRISHEMR AR
17 |ARX-Related Disorders ARX INRE Infantile spasms, West syndrome SMETADA, VT AMERE

Nonspecific X-Linked Mental Retardation-36
Partington X-Linked Mental Retardation Syndrome
X-Linked Infantile Spasm Syndrome

X-Linked Lissencephaly with Ambiguous Genitalia
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18 |Ataxia-Telangiectasia INRE Ataxia-telangicctasia MM E AR R ERAE
Ataxia-Telangiectasia ATM
Ataxia-Telangiectasia Variant 1 (ATV1) [Nijmegen Breakage Syndrome] NBSI
19 |Atelosteogenesis INRE Atelosteogenesis BRETSAE
Sulfate Ti Related Osteochondrodyspl SLC2642(=DTDST)
Achondrogenesis Type 1B
Atelosteogenesis Type 2
Diastrophic Dysplasia
Multiple Epiphyseal Dysplasia, Recessive
20 |ATP7A-Related Copper Transport Disorders ATP74 INRE MENKES SYNDROME A REEMRRE
Menkes Disease
21 |Azoospermia [Y Chromosome Infertility] DAZ,DDX3Y,USP9Y,RBMYIA1 IPREREY azoospermia,oligozoospermia IS TAE, 2B FIE
22 |Basal Cell Nevus Syndrome (BCNS) [Nevoid Basal Cell Carcinoma Syndrome] PTCH INRE BASAL CELL NEVUS SYNDROME, Gorlin syndrome FIR R EHRBAEAE IR B, GorlinfE IR EY
23 | Beckwith-Wiedemann Syndrome BWS INRE Beckwith-Wiedemann syndrome RYIIA XD 14— R FENRRE
24 | Best Vitelliform Macular Dystrophy VMD2 BRF} Best discase NRME
25 | Biotin-Responsive Multiple Carboxylase Deficiencies INRE BIOTINIDASE DEFICIENCY EAFF—ERIBE
Juvenile Multiple Carboxylase Deficiency [Biotinidase Deficiency] BTD INRE MULTIPLE CARBOXYLASE DEFICIENCY EFFURIBHEINF T DIVKRFS S—E RIBAE
Holocarboxylase Synthetase Deficiency HLCS
256 |Blau syndrome K& SYNOVITIS, GRANULOMATOUS, WITH UVEITIS AND CRANIAL NEUR(| 7 5 VJE (&8¢
Early-Onset Sarcoidosis CARDI5/NOD2 Early-onset sarcoidosis EEREYINABF—2R
26 |Bloom Syndrome BLM INRE Bloom syndrome TV —LFEREE
27 |BRCAI1 and BRCA2 Hereditary Breast/Ovarian Cance F—oa familial breast cancer RIEMHFE
Breast cancer [BRCA1 Hereditary Breast/Ovarian Cancer] BRCAI
Breast cancer [BRCA2 Hereditary Breast/Ovarian Cancer] BRCA2
28 |Bruton's A inemia [X-Linked A inemi: BTK INRE Bruton agammaglobulinemia TN RS < OT U MiE
29 | Campomelic Dysplasia SOX9 INRE campomelic dysplasia TR BB R RRAE
30 |Carnitine Deficiency, Systemic SLC2245(=OCTN2) INRE CARNITINE DEFICIENCY, SYSTEMIC PRIMARY FEREAN=F 2 RIBAE
31 |Carnitine Palmitoyltransferase Deficiency INRE CARNITINE PALMITOYLTRANSFERASE I DEFICIENCY FIV=FVIRIVEM VNS RT725—E 1 RIBEE
Carnitine Palmitoyltransferase IA (liver) Deficiency CPTiA INRE CARNITINE PALMITOYLTRANSFERASE Il DEFICIENCY ANVZF 2 IIVER VNS 2725 —F 1| RIBAE
Carnitine Palmitoyltransferase IB (muscle) Deficiency CPYIB
Carnitine Palmitoyltransferase II Deficiency cpP12
32 |Carnitine-Acylcarnitine Tr D 3 SLC25420 INRE CARNITINE-ACYLCARNITINE TRANSLOCASE DEFICIENCY FIIW=F=TIIIWAIV=F NS 20Hh—F RIBE
33 |Cataract BRF} anteriorpolar cataract SEXREEME
Cataract, Anterior Polar CTAAL,CTAA2 BRF} congenital cataract KEXRENE
Cataract, Crystalline Aculeiform CRYGD BRF} pulverulent zonular cataract KXREBREIBANE
Cataracts, Autosomal Dominant FOXE3,PITX3
Peters Anomaly with Cataract [FOXE3,PITX2,PITX3,PAX6
Poikiloderma Atrophicans and Cataract [Rothmund-Thomson Syndrome] RECQL4
Zonular Pulverulent Cataract GJAS
34 | Cerebrotendinous Xanthomatosis CYP2741 NRR Cerebrotendinous Xanthomatosis [ETE =) idnd
35 |CFTR-Related Disorders CFIR HAPREREH absent vas deferens BERIBLE
Congenital Bilateral Absence of the Vas Deferens INRE Cystic fibrosis FEREARMEAE
Cystic Fibrosis
36 |Charcot-Marie-Tooth Disease wRME NER Charcot-Marie-Tooth discase AR —-ho—RFE
Charcot-Marie-Tooth Neuropathy Type 1 NEE Dejerine-Sottas discase (Charcot-Marie-Tooth disease, 1A/1B/4) FIPU—VI R
Charcot-Marie-Tooth Disease Type 1A PMP22
Charcot-Marie-Tooth Disease Type 1B MPZ
Charcot-Marie-Tooth Disease Type 1C LITAF
Charcot-Marie-Tooth Disease Type 1D EGR2
Charcot-Marie-Tooth Disease Type 1E PMP22
Charcot-Marie-Tooth Disease, Axonal Type [Charcot-Marie-Tooth Neuropathy Type 2]
Charcot-Marie-Tooth Neuropathy Type 2A KIF1BMFN2
Charcot-Marie-Tooth Neuropathy Type 2B RAB7
Charcot-Marie-Tooth Neuropathy Type 2B1 LMNA
Charcot-Marie-Tooth Neuropathy Type 2D GARS
Charcot-Marie-Tooth Neuropathy Type 2E/1F NEFL
Charcot-Marie-Tooth Neuropathy Type 2F HSPBI
Charcot-Marie-Tooth Disease, X-Linked [Charcot-Marie-Tooth Neuropathy Type X] GJBI
Charcot-Marie-Tooth Neuropathy Type 4
Charcot-Marie-Tooth Neuropathy Type 4A GDAPI
Charcot-Marie-Tooth Neuropathy Type 4B1 MTMR2
Charcot-Marie-Tooth Neuropathy Type 4B2 MTMRI3
Charcot-Marie-Tooth Neuropathy Type 4C KIAA1985
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Charcot-Marie-Tooth Neuropathy Type 4D NDRG1
Charcot-Marie-Tooth Neuropathy Type 4E EGR2
Charcot-Marie-Tooth Neuropathy Type 4F PRX
37 |Chediak-Higashi Syndrome CHSI INRE Chediak-Higashi syndrome FITAT7 0K ERE
38 |Chondrodysplasia INRE Blomstrand chondrodysplasia TAARNS U RBRBREKAE
Rhizomelic Chondrodysplasia Punctata Spectrum INRE metaphyseal chondrodysplasia BRIRRE R RAE
Rhizomelic Chondrodysplasia Punctata Type 1 PEX7 INRE RHIZOMELIC CHONDRODYSPLASIA PUNCTATA, TYPE 1 BRARE SRR B RICRRAE 15
Rhizomelic Chondrodysplasia Punctata Type 2 GNPAT INRE RHIZOMELIC CHONDRODYSPLASIA PUNCTATA, TYPE 2 BRARE SRR B R RRAE 25
Rhizomelic Chondrodysplasia Punctata Type 3 AGPS INRE RHIZOMELIC CHONDRODYSPLASIA PUNCTATA, TYPE 3 BRARE SRR B R ARAE 35
Chondrodysplasia Punctata, X-Linked Dominant EBP INRE Cartilage-Hair hypoplasia BREERERRAE
Chondrodysplasia, Blomstrand Type PTHRI
Metaphyseal Chondrodysplasia, McKusick Type [Cartilage-Hair Hypoplasia] RMRP
Metaphyseal Chondrodysplasia, Schmid Type COL1041
Pierre Robin with Fetal Chondrodysplasia [Wei ' COL11A2
39 |Chorea wERE familial chorea R
Benign Hereditary Chorea TITFI
Mitochondrial Disorders
Chorea and Dementia MTTW
Huntington Chorea [Huntington Disease] HD
Ch h is [Cl k is] VPS134
40 |Choroideremia CHM(=REPI) BRF} choroideremia BRAR AE R ANAE
41 | Chronic Granulomatous Disease CYBA,CYBB,NCFI,NCF2 INRE chronic granulomatous disease 1@ PISFIEAE
254 | Chronic Infantile Neurological Cutaneous and Articular Syndrome CI4S1 IR Chronic Infantile Neurological Cutancous and Articular (CINCA) syndrome CINCAJE(ZEE
42 | Cockayne Syndrome CKN1,ERCC6 INRE Cockayne syndrome AT AR
43 | Coffin-Lowry Syndrome RPS6KA3(=RSK2) INRE Coffin-Lowry syndrome T4 —ODAEMRE
44 |Cohen Syndrome COHI INRE Cohen syndrome OA—AFEREE
45 | Congenital Adrenal Hyperplasia - alE 0 I1beta-hydroxylase deficiency 11B-EROFL S—ERIBAE
11 beta Hydroxylase Deficiency CYPIIBI - alE 0 21-hydroxylase deficiency 21-EROFL S—ERIBAE
Congenital Adrenal Hyperplasia, 21-F Deficient [21 CYP2142 N congenital adrenal hyperplasia SERMEB R E B RAE
Lipid Congenital Adrenal Hyperplasia [Cholesterol Desmolase Deficiency] STAR
46 |Congenital Adrenal Hypoplasia [X-Linked Adrenal Hypoplasia Congenita] NROBI INRE congenital adrenal hypoplasia SRR BER ARAE
Complex Glycerol Kinase Deficiency
Isolated X-Linked Adrenal Hypoplasia Congenita
47 | Congenital Disorders of Glycosylation NRE CARBOHYDRATE-DEFICIENT GLYCOPROTEIN SYNDROME, TYPE Ib | e R (LR 1bEY
(@ y Deficient Glycop Type la [Congenital Disorder of Glycosylation Ia] PMM?2 INRE CONGENITAL DISORDER OF GLYCOSYLATION, TYPE Ia SERMIECR B a8
(@ y Deficient Glycop Type Ib [Congenital Disorder of Glycosylation Ib] MPI N CONGENITAL DISORDER OF GLYCOSYLATION, TYPE Ic SERMIECR B 18
(@ y Deficient Glycop Type V [Congenital Disorder of Glycosylation Ic] ALG6 INRE CONGENITAL DISORDER OF GLYCOSYLATION, TYPE Id SRR EAE 15
Congenital Disorder of Glycosylation Id ALG3
Congenital Disorder of Glycosylation Ie DPMI1
Congenital Disorder of Glycosylation If MPDUI
Congenital Disorder of Glycosylation Ig ALGI2
Congenital Disorder of Glycosylation Ih ALGS
Congenital Disorder of Glycosylation i ALG2
48 | Congenital Muscular Dystrophy HENT congenital muscular dystrophy SXRMHZANOT 41—
Congenital Muscular Dystrophy Type 1C FRKP
Congenital Muscular Dystrophy with Early Spine Rigidity SEPNI
Congenital Muscular Dystrophy with Merosin Deficiency LAMA2
Fukuyama Congenital Muscular Dystrophy FCMD
Muscle-Eye-Brain Disecase MEB
Walker-Warburg Syndrome POMTI1
49 | Congenital Neutropenia INRE congenital neutropenia SERMF PR AE
ELA2-Related Neutropenia ELA2 INRE Wiskott-Aldrich syndrome D4 ATYR-AIVRU Y EAEIREE
Cyelic Neutropenia
Severe Congenital Neutropenia
WAS-Related Disorders WAS
Wiskott-Aldrich Syndrome
X-Linked Severe Congenital Neutropenia
X-Linked Thrombocytopenia
50 |Corneal Dystrophy BRF} latticedystrophy (Groenouwtypelll) BFRBREY
Lattice Corneal Dystrophy Type I TGFBI
Granular Corneal Dystrophy TGFBI
Keratosis Palmoplantaris with Corneal Dystrophy [Tyrosinemia Type 1I] TAT
Avellino Corneal Dystroph TGFBI
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Corneal Dystrophy, Gelatinous Drop-Like MISI
51 |Cystathioninuria CTH INRE CYSTATHIONINURIA DRIF A=V RIE
52 | Cystinosis CTNS INRE CYSTINOSIS PARF/ TR
Intermediate Cystinosis
Nephropathic Cystinosis
Non-Nephropathic Cystinosis
53 | Cystinuria SLC341, SLC7A9 SBPREREL NRE Cystinuria S RAFVRIE
54 | Deafness Rz F congenital deafness(autosomal dominant) SERMEHEE(BIHEEM)
Autosomal Dominant Nonsyndromic Sensorineural Deafness [Nonsyndromic Low-Frequency Sensorineural Hearing Lo| WFSI ital deafness(: 1 it SERMEHEE(LIBEM)
Autosomal Dominant Nonsyndromic Sensorineural Deafness 17 [DFNA 17] MYH9 congenital deafness(X linked) SERTEHEE OGHSHM)
Chondrodystrophy with Sensorineural Deafness [Otospondylomegaepiphyseal Dysplasia] COL1142 HENT hereditary deafne: BEEHEE
Deafness and Keratoderma [Vohwinkel Syndrome] GJB2 MNRE ERERR nonsyndromic sensorineural deafness IFAEIR MRS R
Deafness-Dystonia-Optic Neuronopathy Syndrome TIMMSA
Diabetes, Optic Atrophy, Deafness [Wolfram Syndrome] WFS1
Hereditary Hearing Loss and Deafness
Nonsyndromic Hearing Loss and Deafness
Nonsyndromic Hearing Loss and Deafness, Autosomal Dominant
DFNA 3 Nonsyndromic Hearing Loss and Deafhess
GJB2-Related DFNA 3 Nonsyndromic Hearing Loss and Deafhess GJB2
GJB6-Related DFNA 3 Nonsyndromic Hearing Loss and Deafhess GJB6
DFNA 9 Nonsyndromic Hearing Loss and Deafness (COCH) [DFNA 9 (COCH)] cocH
Nonsyndromic Hearing Loss and Deafness, Autosomal Recessive
DFNB 1 Nonsyndromic Hearing Loss and Deafhess
GJB2-Related DFNB 1 Nonsyndromic Hearing Loss and Deafhess GJB2
GJB6-Related DFNB 1 Nonsyndromic Hearing Loss and Deafhess GJB6
DFNB 4 Nonsyndromic Hearing Loss and Deafness [DFNB 4] SLC2644
Nonsyndromic Hearing Loss and Deafness, Mitochondrial
MTRNR-Related Hearing Loss and Deafness MTRNRI
MTTS!-Related Hearing Loss and Deafness MTTS1
Nonsyndromic Hearing Loss and Deafness, X-Linked
DFN 3 Nonsyndromic Hearing Loss and Deafness [DFN 3] POU3F4
Keratiti is-Deafness Sy , Aut 1 Dominant GJB2
Macrothrombocytopathy, Nephritis, and Deafness [Epstein Syndrome] MYH9
Macrothrombocytopathy, Nephritis, Deafness, and Leukocyte Inclusions [Fechtner Syndrome] MYH9
Renal Tubular Acidosis with Progressive Nerve Deafness ATP6VIBI
Gitelman Syndrome SCLI1243
Urticaria-Deafness-Amyloidosis Syndrome [Muckle-Wells Syndrome] Cl4S1
55 | Dentatorubral-Pallidoluysian Atrophy [DRPLA| DRPLA INRE DENTATORUBRAL-PALLIDOLUYSIAN ATROPHY; DRPLA B AR E TRV AR EHRE
56 |Diabetes Insipidus INRE EZAE DIABETES INSIPIDUS, NEPHROGENIC, AUTOSOMAL DOMINANT BEPRARAE. B BEEN (28)
Nephrogenic Diabetes Insipidus INRE EZAE DIABETES INSIPIDUS, NEPHROGENIC, X-LINKED B FRERAE, XEEETE (15)
Nephrogenic Diabetes Insipidus, Autosomal AQP2 NRE EZAE DIABETES INSIPIDUS, NEUROHYPOPHYSEAL TYPE AR FRERE (AR T AR, IR PARTE PR HRAE
Nephrogenic Diabetes Insipidus, X-Linked AVPR2
Neurohypophyseal Diabetes Insipidus AVP
57 |Diabetes Mellitus - alE 0 IABETES MELLITUS, INSULIN-RESISTANT, WITH ACANTHOSIS NIGRI( B&REAES 1> AU AR M FERA IKISE
Diabetes Mellitus with Acanthosis Nigricans and Hypertension PPARG
Diabetes Mellitus, MODY Type 1 [Maturity-Onset Diabetes of the Young Type 1] HNF44
Diabetes Mellitus, MODY Type 2 [Maturity-Onset Diabetes of the Young Type I1] GCK
Diabetes Mellitus, MODY Type 3 [Maturity-Onset Diabetes of the Young Type I11] TCF1
Diabetes Mellitus, MODY Type 4 [Maturity-Onset Diabetes of the Young Type IV] IPF1
Diabetes Mellitus, MODY Type 5 [Maturity-Onset Diabetes of the Young Type V] TCF2
Diabetes Mellitus, MODY Type 6 [Maturity-Onset Diabetes of the Young Type V1] NEURODI
58 |Diamond-Blackfan Anemia RPS19 INRE Diamond-Blackfan syndrome FATEVR-T 59077 fEREE
59 |DiGeorge Syndrome INRE DiGeorge syndrome Fa¥a—VEERRE
22q11.2 Deletion Syndrome DGCR (CRITICAL REGION)
10p13-p14 Deletion DGS2,VS2 (CRITICAL REGION)
60 |2,4-Dienoyl-CoA ficiency DECR INRE 2,4-Dienoyl-CoA reductase 23-DL/A)-CoA L ¥ H5—E RIBAE
61 |Dilated Cardiomyopathy BE=MF Dilated Cardiomyopathy RIEMHGREL O EREE
Dilated Cardiomyopathy
DMD-Related Dilated Cardiomyopathy DMD
LMNA-Related Dilated Cardiomyopathy LMNA
TAZ-Related Dilated Cardiomyopathy T4Z
Dilated Cardiomyopathy with Quadriceps Myopathy LMNA
62 |Down Syndrome Critical Region DSCRI INRE Down syndrome SO TR
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Becker Muscular Dystrophy
Duchenne Muscular Dystrophy

HRENE NER

Duchenne / Becker muscular dystrophy

Farzy R/ Nyh—BEHPAOT74—

6/1/2007

NEE
HENE

Dystonia

Dopa-Responsive Dystonia [Dystonia 5][Segawa Disease]

65

DYSTONIA, PROGRESSIVE
familial dystonia syndrome

BEMETES b=~ (RIE)
RIRMS A= TREIRRE

Ehlers-Danlos Syndrome

Ehlers-Danlos Syndrome Type I

Ehlers-Danlos Syndrome Type II

oy

Ehlers-Danlos syndrome

ISR-FVORERE

Emery-Dreifuss Muscular Dystrophy
Emery-Dreifuss Muscular Dystrophy, Autosomal

NEE
HENE

Emery-Dreifess type muscular dystrophy
Emery-Dreifuss muscular dystrophy

IAY——RLA T RBFHFZ AMOT 41—
IAY—BIEFD AT 4—

67 [Epidermolysis Bullosa - |amw epidermotysis bloss REARE
Epidermolysis Bullosa Simplex with Mottled Pigmentation
Epidermolysis Bullosa Simplex, Dowling-Meara Type
Epidermolysis Bullosa Simplex, Koebner Type
Epidermolysis Bullosa Simplex, Weber-Cockayne Type
I i
Generalized Epilepsy with Febrile Seizures Plus HMEPT SR
5 [Epac A . Fomotc A AR
MR Familial episodic ataxia RAETEE R RERAE
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