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GENE TESTRC#EE SR GENE TESTRERBEF & HEBHR HEREE (ER) HERESE (fR)
164 [NDP-Related Retinopathies NDP RFEF Norrie disease JUIim
Coats disease
Norrie Disease
Persistent Hyperplastic Primary Vitreous
Retinopathy of Prematurity
X-Linked Familial Exudative Vi inopatt
165 | Nemaline Myopathy TPM3 NEF Nemalin myopathy RRUVEFNRF—
166 | Nettleship-Falls Ocular Albinism [Ocular Albinism, X-Linked] 041 BREF Nettleship—Falls type R FiE
167 | Neurodegeneration with Brain Iron Accumulation (formerly Hallervorden-Spatz syndrome) BEAT Hallervorden-Spatz disease NG=TA—F =NV ViR
Aceruloplasminemia cP
Pantott Kinase-Associated d PANK?2
168 | Neurofibromatosis MNEFIRE i is type I (von Recklingt FRIRHIBREIRY (DAL DU NOEFEIREE)
D is 1 [Von Reckli Disease] NFI1 #ERE NER IRE neurofibromatosis typell RSB BY
) is 2 NF2
169 | Neuronal Ceroid-Lipofuscinoses MNEF CEROID LIPOFUSCINOSIS, NEURONAL 3, JUVENILE EEREOMNURTRFVE
CLN2-Related Neuronal Ceroid-Lipofuscinosis CLN2
Neuronal Ceroid-Lipofuscinosis, Classic Late Infantile
Neuronal Ceroid-Lipofuscinosis, Juvenile
CLN3-Related Neuronal Ceroid-Lipofuscinosis CLN3
Neuronal Ceroid-Lipofuscinosis, Adult
Neuronal Ceroid-Lipofuscinosis, Juvenile
CLN35-Related Neuronal Ceroid-Lipofuscinosis CLN5
Neuronal Ceroid-Lipofuscinosis, Finnish Variant
CLN6-Related Neuronal Ceroid-Lipofuscinosis CLN6
Neuronal Ceroid-Lipofuscinosis, Gypsy/Indian, Early Juvenile Variant
CLN8-Related Neuronal Ceroid-Lipofuscinosis CLN8
Northern Epilepsy
PPT1-Related Neuronal Ceroid-Lipofuscinosis PPTI
Neuronal Ceroid-Lipofuscinosis, Adult
Neuronal Ceroid-Lipofuscinosis, Classic Late Infantile
Neuronal Ceroid-Lipofuscinosis, Infantile
Neuronal Ceroid-Li inosis, Juvenile
170 | Niemann-Pick Disease NGk NIEMANN-PICK DISEASE A, B < -EvoiE A, BE
Niemann-Pick Disease Type C NER NIEMANN-PICK DISEASE C =< -Eyois CE
Niemann-Pick Disease Type C1 NPCI
Niemann-Pick Disease Type C2 NPC2
Niemann-Pick Disease Due to Sphingomyelinase Deficiency SMPDI
Niemann-Pick Disease Type A
Niemann-Pick Disease Type B
171 | Oculoauriculovertebral Dysplasia [G e GSC BREF oculoauriculovertebral dysplasia TIVT N—TEREE
172 | Oculocutaneous Albinism ERET albinism BRIE
Oculocutaneous Albinism Type 1 TYR BRE} oculocutaneous albinism IREETIE=X A
Oculocutaneous Albinism Type 1A
Oculocutaneous Albinism Type 1B
Oculocutaneous Albinism Type 2 ocAa2
Brown OCA
173 | Oculopharyngeal Muscular Dystrophy PABPNI HEAHE lopharyngeal muscular dystrop BRMEEREI RS AMAT 41—
174 | Oral-Facial-Digital Syndrome Nk oral-facial-digital syndrome type 1 (OFD1) O —EAE — e AEIREE 1 B
Oral-Facial-Digital Syndrome Type [ OFDI
175 |Organic Acidemias MNEE GLUTARICACIDEMIA | BEERI NS IVENE
3-Hydroxy-3-Methylglutaryl-Coenzyme A Lyase Deficiency HMGCL NER HMG-CoA LYASE DEFICIENCY HMG-CoA U7 —+t RI&HE
Glutaricacidemia Type 1 GCDH NER METHYLMALONICACIDURIA AF IOV BERAE
Isovaleric Acidemia D NER MAPLE SYRUP URINE DISEASE, TYPE IA A=T IRy T RIE 1ARY
Ketothiolase Deficiency ACATI NER MAPLE SYRUP URINE DISEASE, TYPE IB A=T Ry T RIE 1BE
Maple Syrup Urine Disease BCKDHA,BCKDHB,DBT NER MAPLE SYRUP URINE DISEASE, TYPE II; MSUD2 A—T IOy T REE 18
Maple Syrup Urine Disease Type 1A NER PROPIONICACIDEMIA FaEH > BERE
Maple Syrup Urine Disease Type 1B NER ISOVALERICACIDEMIA ERERAYEERMAE
Maple Syrup Urine Disease Type 2
Methylmalonicaciduria MMAA,MMAB,MUT
Propionic Acidemia PCCA,PCCB
176 | Ornithine Aminotransferase D: OAT MNEF ornithine ami deficiency FANZFLTI/NSLRT5—EREIE
177 | Oroticaciduria UMPS MNEF OROTICACIDURIA FOFBRE
178 | Osler-Weber-Rendu Disease [Hereditary Hemorrhagic Telangiectasia] MNEFE Osler-Weber-Rendu disease FRS5—I—N—LrFa—5&
ACVRLI-Related Hereditary Hemorrhagic Telangiectasia ACVRLI
ENG-Related Hereditary hagic Telangi i ENG
179 | Osteogenesis Imperfecta MNEF IRE osteogenesis imperfecta BERARSE
Osteogenesis Imperfecta COLIAI,COLIA2
Osteogenesis Imperfecta Type I
Osteogenesis Imperfecta Type I1T
C is Imperfecta Type IV
180 | Osteopetrosis MNEF Osteopetrosis KELER. BlLER
Osteopetrosis, Autosomal Dominant, Type II 1p21 (LOCUS)
i f | Recessive TCIRGI INEE Osteop RERBRE. BILER
181 | Par ia Congenita SCN44 HEAH I , RIEENSIAF=T
182 | Parkinsonism BEAT familial dementia-parkinsonism syndrome REHERAR/N—F U ERRE
F al ia with Parkinsonism-17 MAPT
Disinhibition-Dementia-Parkinsoni yotrophy Complex

Familial Pick's Disease
Wilhelmsen-Lynch Disease
Parkinson Disease
LRRK2-Related Parkinson Disease
Parkin Type of Juvenile Parkinson Disease
Waisman Syndrome

SCNA, UHCLI, DJ1, PINK1
LRRK2
PARK2
WSN.
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183 |Pendred Syndrome SLC2644 NEE Pendred syndrome RURVYREEREE
184 | Periodic Paralysis BEAT Periodic Paralysis AR R AR
Hyperkalemic Periodic Paralysis
Hyperkalemic Periodic Paralysis Type 1 SCN44
Hypokalemic Periodic Paralysis
Hypokalemic Periodic Paralysis Type | CACNAIS
Hypokalemic Periodic Paralysis Type 2 SCN44
185 | Peroxisome Biogenesis Disorders (PBD) MNEF PEROXISOME BIOGENESIS DISORDER, COMPLEMENTATION GROUP 4| R LA F3 — AE S R R B AE4RE
Rhizomelic Chondrodysplasia Punctata Spectrum NER PEROXISOME BIOGENESIS DISORDER, COMPLEMENTATION GROUP 7| X)L+ — A SR B HIETE
Rhizomelic Chondrodysplasia Punctata Type 1 PEX7 INRE PEROXISOME BIOGENESIS DISORDER, COMPLEMENTATION GROUP 8| R LA ¥ Y — AL SRR SRS
Rhizomelic Chondrodysplasia Punctata Type 2 GNPAT INRE PEROXISOME BIOGENESIS DISORDER, COMPLEMENTATION GROUP H R JLAFL Y — AL SRR EAHEE
Rhizomelic Chondrodysplasia Punctata Type 3 AGPS NER Zellweger syndrome T H—ERE
Zellweger Syndrome Spectrum PEXI1,PEX2,PEX3,PEX5,PEX6,PEX10,PEX12,PEX13,PEX14,PEX16,F /N RF} ZELLWEGER SYNDROME 3 Tz H— AEIREE 3B
Neonatal Adrenoleukodystrophy INRE ZELLWEGER SYNDROME, COMPLEMENTATION GROUP G YLz H— AEIREE GBE
Refsum Disease, Infantile INRE ZELLWEGER SYNDROME,infantile Refsum EIY T H—REIREE 2LRBIL TY AR
Syndrome
186 |P i 3 PAH MNEFE PHENYLALANINE HYDROXYLASE DEFICIENCY TISNTSZVEROFS—ERBE
Non-PKU Hyperphenylalaninemia
Phenylketonuria
Variant PKU
187 |P ate Kinase PGKI MNEFE PHOSPHOGLY CERATE KINASE deficienc: RR7+ TV —FFF—EREE
188 | Pi i KIT AT iebaldi FESE
189 | Pituitary Dwarfism MNEE growth hormone deficiency RRANVE AR EREBEERE
Pituitary Dwarfism I GHI NER Laron dwarfism SOV EUNNFE
Pituitary Dwarfism II [Laron ] GHR
190 | PLP1-Related Disorders PLPI MNEF Pelizacus-Merzbacher disease RUFIDZR-AIYNEXY—iF
Pelizaeus-Merzbacher Disease [Sudanophilic Leukodystrophy]
Spastic Paraplegia 2
191 | Polycystic Kidney Disease MNEFE ADPKD, ARPKD ZRUEERE
Polycystic Kidney Disease, Autosomal Dominant
Polycystic Kidney Disease 1, Autosomal Dominant PKDI
Polycystic Kidney Disease 2, Autosomal Dominant PKD2
Polycystic Kidney Disease. 1 Recessive PKHDI
192 | Porphyria MNEE acute intermittent porphyria SERBRERLI(UT
Delta-Ami inate Dehydratase i [Acute Hepatic Porphyria] ALAD NER congenital porphyria SRR T4 EE
Acute Intermittent Porphyria HMBS NER COPROPORPHYRIA BEHITORILTUT
Congenital Erythropoietic Porphyria UROS NER DELTA-AMINOLEVULINATE DEHYDRATASE DEFICIENCY PRI 7 R RE
Erythropoietic Protoporphyria FECH NER hepatoerythropoietic porphyria FFERtEARIL 71
Hereditary Coproporphyria CPO MNER BRER PORPHYRIA CUTANEA TARDA KSR REARIL 7 4UT
Porphyria Cutanea Tarda UROD NER porphyria variegata FERIL 7 R RE
Variegate Porphyria PPOX NEE protoporphyria TarRIV T4V EE
193 | Prader-Willi Syndrome PWCR MNEFE Prader-Willi syndrome 755 —I4VEREE
194 | Primary Pulmonary Hypertension it familial primary pulmonary hypertension RFHERFREHER S MLE
BMPR2-Related Primary Pulmonary H BMPR2
195 | Prion Diseases PRNP MNEF Prion discase POEZ
Familial Creutzfeldt-Jakob Disease
Familial Fatal Insomnia
Amyloidosis, Cerebral, with i halopathy [G Strauss heinker Disease]
196 |PROPI-Related Combined Pituitary Hormone PROPI MNEFE bined pituitary hormone deficiency RENTERANERNE DETREE
197 [P ism [Liddle Syndrome] SCNNIB,SCNNIG E-AF NEH Liddle syndrome URJVEEIREE
198 | Pseudohypoaldosteronism MNEFE pseudohypoaldosteronism BERTIVERTOVE
Pseudohypoaldosteronism Type 1, Dominant NR3C2
P ism Type 1, Recessive SCNNIA,SCNN1B.SCNNIG
199 | Purine ide Phosphorylase i NP MNEF purine nucleoside phosphorylase deficienc PNPRIEAE
200 | Pyruvate Carboxylase PC MNEFE PYRUVATE CARBOXYLASE DEFICIENCY EINEVEBEAINRFS S— RIERE
201 | Pyruvate Dehydrogenase i PDHAI MNEF PYRUVATE DEHYDROGENASE COMPLEX DEFICIENCY EIEVBETEROT T —ERERRIEBE
202 | Pyruvoyltetrahydropterin i PTS MNEFE 6-PYRUVOYLTETRAHYDROPTERIN SYNTHASE DEFICIENCY SENVRANTISNAFAT TV 5 —ERIBE
203 |Renal Tubular Acidosis MNEF renal tubular acidosis BREEETRF—X
Renal Tubular Acidosis with Progressive Nerve Deafness ATP6VIBI
Proximal Renal Tubular Acidosis with Ocular Abnormalities SLC444.
204 |Retinitis Pigmentosa HEAH retinitis pigmentosa MREREHEE
Retinitis Pigmentosa, Autosomal Dominant
PRPF3-Related Retinitis Pigmentosa PRPF3
PRPF8-Related Retinitis Pigmentosa PRPFS
RDS-Related Retinitis Pigmentosa RDS
RHO-Related Retinitis Pigmentosa RHO
RP1-Related Retinitis Pigmentosa RPI
Retinitis Pigmentosa, Autosomal Recessive PDEGB,CRBI, TULP1,ABCA4,RPE65, MPP4,RHO,CNGA1,PDEGA,RGR, RLBP1,SAG
Retinitis Pigmentosa, Autosomal Recessive, Bothnia Type
Retinitis Pi X-Linked RP2,RPGR
205 i RBI BRE} R
206 |Retinoschisis BRE} congenital retinoschisis FREESBE
X-Linked Juvenile Retinoschisis RSI
inoschisis With Early F lopia [Enhanced S-Cone Syndrome] NR2E3
207 |Rett Syndrome MECP2 NEF Rett synd VyMERRE
208 | Rickets E_AF VITAMIN D-RESISTANT RICKETS, TYPE I1A-B E&IUDIEM B 1A -BE
Vitamin D-Dependent Rickets, Type IIA [Rickets-Alopecia Syndrome] VDR NER VITAMIN D-RESISTANT RICKETS, X-LINKED EYSUDIRTFIE< B, Xt
Vitamin D-Resistant Rickets | ic Rickets, X-Linked Dominant] PHEX
Hypophosphatemic Rickets, Dominant FGF23
Pseudovitamin D Deficiency Rickets CYP27B1
Dent Disease
X-Linked Recessive Hypopt ic Rickets +/-H iuria CLCN5
209 |Rieger Syndrome FOXCI,PITX2,RIEG2 BRE} Rieger syndrome Y4 VAR EE
210 instein-Taybi Syndrome CREBBP MNEFE Rubenstein-Taybi syndrome IR RIA-FACTERRE
211 |Salt Losing Tubulopathy NEE BZA# Gittelman syndrome STV EREE
2R—y
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Gitelman Syndrome SLCI243
212 |SCN5A-Related Disorders SCNsA B=AH Familial atrial septal defect and atrioventricular conduction disturbance REELEFTRRBESLUEECERE
Brugada Syndrome
Sudden Unexpected Nocturnal Death Syndrome
LQT3-Related Romano Ward Syndrome
Progressive Cardiac Cond Disease
213 e [Hereditary Macrothr penia] MYH9 MNEFE Sebastian syndrome ENRF v ERE
214 |Severe Combined Immunodeficiency MNEE severe combined i defici ( | resessive) EERGERENDE. FRERE
B Cell-Negative Severe Combined Immunodeficiency RAGI,RAG2 NRE severe combined immunodeficiency (X-linked) X S B E SR AR
Severe Combined Immune Defici t 1 ive,T- ive/B-Positive type JAK3
X-Linked Severe Combined i IL2RG
215 | Short Chain 3-Hydroxyacyl-CoA Dehydrogenase i Liver HADHSC MNEFE short chain L-3-hydroxyacyl-CoA dehyd DEFICIENCY a8 L2-EROFS 72 )V-CoATEROY F—E RIBIE
216 |Short Chain Acyl-CoA o i ACADS NEFE SHORT-CHAIN ACYL-CoA DEHYDROGENASE DEFICIENCY $aEH-7 L V-CoATEROS S — P RIBHE
217 |Short Stature SHOX,SHOXY MNEF idiopathic short stature BREEFRE
218 |Sh i Syndrome SBDS MNEFE Shwachman-Diamond syndrome 2205 - FATELREGE
219 |Sickle Cell Disease HBB MNEF sickle cell anemia SRR MIRE M
Hemoglobin S Beta-Thalassemia
Hemoglobin SC
Hemoglobin SD
Hemoglobin SO
Sickle Cell Anemia [F lobin SS]
220 |Sideroblastic Anemia MNEF X-linked sideroblastic anemia SKFIRMEEM, XEH
Sideroblastic Anemia, X-Linked ALAS2
i ic Anemia and Ataxia ABCB7 MNER X-linked sideroblastic anemia SKFIRME M, XBHE
221 |Smith-Lemli-Opitz Syndrome DHCR7 NEFE SMITH-LEMLI-OPITZ SYNDROME RIRLLY-AEY YRR
222 |Sotos Syndrome NSDI MNEFE Sotos syndrome VNRERE
223 [Spinal and Bulbar Atrophy AR MNEFE SPINAL AND BULBAR MUSCULAR ATROPHY FESERERERERE
224 |Spinal Muscular Atrophy SMN1,SMN2 HEAR familial spinal progressive muscular atrophy RIEEBREHERIE
Arthrogryposis Multiplex Congenita-Spinal Muscular Atrophy NER Spinal muscular atrophy ETE R ERRE
Congenital Axonal Neuropathy
Spinal Muscular Atrophy I
Spinal Muscular Atrophy 11
Spinal Muscular Atrophy 111
Spinal Muscular Atrophy IV
225 |Spinocerebellar Ataxia HEAR familial spinocerebellar degeneration RIEEF/REEE
Spinocerebellar Ataxia Type 1 ATXNI NRE Machado-Joseph disease Ruh—R-ItT7HE
Spinocerebellar Ataxia Type 2 ATXN2
Spinocerebellar Ataxia Type 3 [Machado-Joseph Disease] ATXN3
Spinocerebellar Ataxia Type 6 CACNAIA
Spinocerebellar Ataxia Type 7 ATXN7
Spinocerebellar Ataxia Type 8 KLHLIAS
Spinocerebellar Ataxia Type 10 ATXN10
Spinocerebellar Ataxia Type 12 PPP2R2B
Spinocerebellar Ataxia Type 14 PRKCG
i bellar Ataxia Type 17 TBP
226 |Stickler Syndrome MNRFE Stickler dysplasia AT 495 —RERE
Stickler Syndrome Type I coL241 BRE} Stickler syndrome AFAOS—IEIRRE
Stickler Syndrome Type 1T COL1IAl
Stickler Syndrome Type 111 COL1IA2
227 inuria SUOX NEFE SULFOCYSTEINURIA RIVTA2 AT AV BREE
228 |Supr Aortic Stenosis ELN FHE familial supravalvular aortic stenosis (SVAS) RIEFHEXBIRF LKA
229 | Testicular Feminization (TFM) [Androgen Insensitivity Syndrome] AR JEPRERE testicular feminization syndrome BRELHERF
Complete Testicular Feminization Syndrome [Complete Androgen Insensitivity Syndrome]
Mild Androgen Insensitivity Syndrome
lete Testicular Feminizati drome [Partial Androgen Insensitivity Syndrome]
230 | Tetrahydrobiopterin deficiencies with hyperpheny inemi MNEE DIHYDROPTERIDINE REDUCTASE DEFICIENCY SEROTFUS IV T 55— EREBE
i idine iency (DHPR) ODPR NRE PTERIN-4-ALPHA-CARBINOLAMINE DEHYDRATASE DEFICIENCY | FFUY-3-a-HVE /53 FERSS—F RIBEE
GTP Cyclohydrolase-1 Deficiency (GTPCH) GCHI
Pterin-4a Carbi ine Dehydratase iency (PCD) PCBD
231 | Tetrahydrobiopterin deficiencies without hyperpheny i MNEFE SEPIAPTERIN REDUCTASE DEFICIENCY TET7TFU T o 5—ERERE
GTP Cyclohydrolase 1-Deficient DRD GCHI
iapterin Deficiency (SR) SPR
232 | Thalassemia MNEF thalassemia Py
Beta-Thalassemia HBB
Thalassemia Intermedia
Thalassemia Major
Thalassemia Minor
Alpha-Thalassemia HBAI,HBA2,HBZ
Alpha-Tt ia X-Linked Mental i d ATRX
233 | Thrombophilia MNEFE factor V deficiency FERMERERBRBE EVRFRIGE
Factor V Leiden Thrombophilia F5
Factor V R2 Mutation Thrombophilia F5
Cardiovascular Risk Factor (MTHFR Thermolabile Variant) [MTHFR Thermolabile Variant] MJHFR
Protein S Heerlen Variant PROSI
Factor Il Mutation Thrombophilia [F in G20210A Thrombophilia] F2
234 | Thyroid Hormone THRB NEF thyroid hormone FRBERINES TISIE
235 | Tuberous Sclerosis Complex HEAT RE tuberous sclerosis EETERELAE
Tuberous Sclerosis 1 7SCI
Tuberous Sclerosis 2 75C2
236 |Type Il Collagenopathies COL241 MNEF spondyloepiphyseal dysplasia FHEBHRELR
Achondrogenesis Type 2
Kniest Dysplasia
Spondylocpiphyseal Dysplasia
Spondyloepiphyseal Dysplasia, Congenita
Stickler Syndrome Type I
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237 | Tyrosinemia NRE TYROSINEMIA, TYPE I BEMETOSME 18
Tyrosinemia Type [ FAH INRE TYROSINEMIA, TYPE Il BEMEFOL L MEE 28
Tyrosinemia Type IT TAT INRE TYROSINEMIA, TYPE III EEEEFOLMmAE 35
Tyrosinemia Type 111 HPD

238 | Urea Cycle Disorders MNEE ARGININEMIA BEERTINF=ME
Argininemia [Arginase Deficiency] ARGI NER ARGININOSUCCINICACIDURIA FIVE/ANTBEREE
Argininosuccinicaciduria ASL MR CARBAMOYLPHOSPHATE SYNTHETASE I DEFICIENCY SWNEANIBEE LT 5—1 | RIBE
Car 1 CPSI NER CITRULLINEMIA, CLASSIC BRIV MAE, & A
Citrullinemia Type I ASS INEE ORNITHINE CARBAMOYLTRANSFERASE DEFICIENCY FWZFVANEAWNT Y RT5—ERIEIE
N-Acetylglutamate Synthase Deficiency NAGS
Ornithine Transcar i orc

239 |Usher Syndrome BRE} Usher Syndrome Type Ib Ty —EMREbE
Usher Syndrome Type 1 USHIA,MYO74,USHIC,CDH23, USHIE,PCDH15,USHIG | BR¥ Usher Syndrome Type IF T v—ERBIFE
Usher Syndrome Type 2 USH24,USH2B,USH2C
Usher Syndrome Type 3 USH34

240 |Very Long Chain Acyl-CoA o ACADVL NEF VERY LONG-CHAIN ACYL-CoA DEHYDROGENASE DEFICIENCY BEMT )V -CoATEROS F—E RIBAE

241 | Von Hippel-Lindau VHL F_AF RE BEAE NEH von Hippel-Lindau disease T EyRIVUS S %

242 | Von Willebrand Disease VIWF N von Willebrand disease A T4INVTFURR

243 | Waardenburg Syndrome MNEEIRE EHSERE Waardenburg syndrome type1,2,3 =57 VO EREE,2,3%
Waardenburg Syndrome Type 11

drome Type I1A MITF

244 | Werner Syndrome MNEE FZAF RE Werner syndrome OTVF—ERE
Werner Syndrome WRN
Atypical Werner Syndrome LMNA

245 [ Williams Syndrome ELN NEF Williams syndrome U4U7 b RFEREE

246 | Wilson Disease ATP7B F—AH #ERE DNEH Wilson's disease DAIVIUR

247 | Wolf-Hirschhorn Syndrome WHCR MNEF Wolf-Hirschhorn syndrome YN T-E T akI rERRE

248 | Wolman Disease LIPA MNEF WOLMAN DISEASE AR

249 |Xeroderma Pigmentosum XPA,XPC,ERCC2,ERCC3,ERCC4,ERCC5,DDB2,XPV MNER #ERT EETE xeroderma pigmentosum BRMEEZRE
DeSanctis-Cacchione Syndrome

250 |XX Male Syndrome SRY RERE XX male XXBH

SRY-Negative XX Male
SRY-Positive XX Male




