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3B71DSHycneicifeD 3 esanegordyheD dioretsyxordyH ateB-71
2B3DSHycneicifeD II epyT esanegordyheD dioretsyxordyH-ateB-3

LCGMHycneicifeD esayL A emyzneoC-lyratulglyhteM-3-yxordyH-3
HDAHycneicifeD esanegordyheD AoC-lycayxordyH-3

1CCCMycneicifeD 1 esalyxobraC AoC-lynotorclyhteM-3
2CCCMycneicifeD 2 esalyxobraC AoC-lynotorclyhteM-3
HDGHPycneicifeD esanegordyheD etarecylgohpsohP-3

STPycneicifeD )SPTP( esahtnyS niretpordyharteT-lyovuryP-6
Abetalipoproteinemia MTTP
Achondrogenesis, Type 1B SLC26A2
Achromatopsia, CNGB3-Related CNGB3
Acrodermatitis Enteropathica SLC39A4

2BRACSemordnyS )FRMA( eruliaF laneR–sunolcoyM noitcA
UMRTdetaleR-UMRT ,eruliaF reviL elitnafnI etucA

Acyl-CoA Oxidase I Deficiency ACOX1
Adrenal Hypoplasia Congenita, X-Linked NR0B1
Adrenoleukodystrophy, X-Linked ABCD1
Agammaglobulinemia, X-Linked BTK
Aicardi-Goutières Syndrome SAMHD1

A2HESANRdetaleR-A2HESANR ,emordnyS serèituoG-idraciA
B2HESANRdetaleR-B2HESANR ,emordnyS serèituoG-idraciA
C2HESANRdetaleR-C2HESANR ,emordnyS serèituoG-idraciA

Alpha-1 Antitrypsin Deficiency SERPINA1
Alpha-Mannosidosis MAN2B1
Alpha-Thalassemia HBA1/HBA2

XRTAemordnyS ytilibasiD lautcelletnI aimessalahT-ahplA
Alport Syndrome, COL4A3-Related COL4A3
Alport Syndrome, COL4A4-Related COL4A4
Alport Syndrome, X-Linked COL4A5
Alstrom Syndrome ALMS1
Amish Infantile Epilepsy Syndrome ST3GAL5
Andermann Syndrome SLC12A6
Argininemia ARG1
Argininosuccinate Lyase Deficiency ASL
Aromatase Deficiency CYP19A1
Arts Syndrome PRPS1
Asparagine Synthetase Deficiency ASNS
Aspartylglycosaminuria AGA
Ataxia with Vitamin E Deficiency TTPA
Ataxia-Telangiectasia ATM
Ataxia-Telangiectasia-Like Disorder 1 MRE11

3A53CLSsisopyrgorhtrA dna yspelipE ,murtcepS msituA
ERIA1 epyT ,emordnyS raludnalgyloP enummiotuA
SCASyaneugaS-xiovelrahC fo aixatA citsapS evisseceR lamosotuA

Bardet-Biedl Syndrome, BBS1-Related BBS1
Bardet-Biedl Syndrome, BBS2-Related BBS2
Bardet-Biedl Syndrome, BBS4-Related BBS4
Bardet-Biedl Syndrome, BBS7-Related BBS7
Bardet-Biedl Syndrome, BBS9-Related BBS9
Bardet-Biedl Syndrome, BBS10-Related BBS10
Bardet-Biedl Syndrome, BBS12-Related BBS12
Bardet-Biedl Syndrome, TTC8-Related TTC8

ATIICdetaleR-ATIIC ,emordnyS etycohpmyL eraB
Barth Syndrome TAZ
Bartter Syndrome, BSND-Related BSND
Batten Disease, CLN3-Related CLN3
Bernard-Soulier Syndrome, Type A1/A2 GP1BA
Bernard-Soulier Syndrome, Type C GP9
Beta-Hemoglobinopathies HBB
Beta-Ureidopropionase Deficiency UPB1
Bilateral Frontoparietal Polymicrogyria GPR56 (ADGRG1)
Biotinidase Deficiency BTD
Bloom Syndrome BLM
Canavan Disease ASPA

1SPCycneicifeD I esatehtnyS etahpsohP lyomabraC
Carnitine Deficiency SLC22A5

A1TPCycneicifeD AI esarefsnartlyotimlaP enitinraC
2TPCycneicifeD II esarefsnartlyotimlaP enitinraC

02A52CLSycneicifeD esacolsnarT enitinraclycA-enitinraC
Carpenter Syndrome RAB23
Cartilage-Hair Hypoplasia RMRP
Cerebrotendinous Xanthomatosis CYP27A1

1BJGdekniL-X ,ssenfaeD htiw esaesiD htooT-eiraM-tocrahC
Charcot-Marie-Tooth Disease, Type 4D NDRG1
Chediak-Higashi Syndrome LYST
Choreoacanthocytosis VPS13A
Choroideremia CHM

ABYCdetaleR-ABYC ,esaesiD suotamolunarG cinorhC
BBYCdekniL-X ,esaesiD suotamolunarG cinorhC
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Ciliopathies, RPGRIP1L-Related RPGRIP1L
Citrin Deficiency SLC25A13
Citrullinemia, Type 1 ASS1
CLN10 Disease CTSD
Cohen Syndrome VPS13B

3FSCAairudicA cinolamlyhteM dna cinolaM denibmoC
1MFG1 ycneicifeD noitalyrohpsohP evitadixO denibmoC

MFST3 ycneicifeD noitalyrohpsohP evitadixO denibmoC
1PORP2-ycneicifeD enomroH yratiutiP denibmoC

CycneicifeD esalyxordyH-ateB-11 ,aisalprepyH lanerdA latinegnoC YP11B1
Congenital Adrenal Hyperplasia, 17-Alpha-Hydroxylase Deficiency CYP17A1

A12PYCycneicifeD esalyxordyH-12 ,aisalprepyH lanerdA latinegnoC 2
LPMainepotycobmorhT citycoyrakagemA latinegnoC

2MMPdetaleR-2MMP ,A1 epyT ,noitalysocylG fo redrosiD latinegnoC
IPMB1 epyT ,noitalysocylG fo redrosiD latinegnoC
6GLAC1 epyT ,noitalysocylG fo redrosiD latinegnoC

Congenital Finnish Nephrosis NPHS1
11JNCKdetaleR-11JNCK ,msinilusnirepyH latinegnoC

1KRTN)APIC( sisordihnA htiw niaP ot ytivitisnesnI latinegnoC
TAHCdetaleR-TAHC ,emordnyS cinehtsayM latinegnoC

ENRHCdetaleR-ENRHC ,emordnyS cinehtsayM latinegnoC
QLOCdetaleR-QLOC ,emordnyS cinehtsayM latinegnoC
7KODdetaleR-7KOD ,emordnyS cinehtsayM latinegnoC
NSPARdetaleR-NSPAR ,emordnyS cinehtsayM latinegnoC
1ECLPdetaleR-1ECLP ,emordnyS citorhpeN latinegnoC

Congenital Neutropenia, HAX1-Related HAX1
Congenital Neutropenia, VPS45-Related VPS45

11A4CLSssenfaeD evitpecreP dna yhportsyD laenroC
Corticosterone Methyloxidase Deficiency CYP11B2

3APO)3 epyT ,airudicA cinocatulglyhteM-3( emordnyS ffetsoC
Cowchock Syndrome AIFM1
CRB1-Related Retinal Dystrophies CRB1
Creatine Transporter Defect (Cerebral Creatine Deficiency Syndr 8A6CLS)dekniL-X ,1 emo
Cystic Fibrosis CFTR
Cystinosis CTNS

001TEPdetaleR-001TEP ,ycneicifeD esadixO C emorhcotyC
D-Bifunctional Protein Deficiency HSD17B4
Deafness, Autosomal Recessive 77 LOXHD1
Dent Disease, Type 1 CLCN5
Dent Disease, Type 2 / Lowe Syndrome OCRL

DYPDycneicifeD esanegordyheD enidimirypordyhiD
Duchenne/Becker Muscular Dystrophy DMD
Dyskeratosis Congenita, DKC1-Related DKC1
Dyskeratosis Congenita, RTEL1-Related RTEL1

1A7LOCdetaleR-1A7LOC ,asolluB sisylomredipE cihportsyD
Ehlers-Danlos Syndrome, Type VIIC ADAMTS2

CVEdetaleR-CVE ,emordnyS dleverC nav-sillE
2CVEdetaleR-2CVE ,emordnyS dleverC nav-sillE

DMEdekniL-X ,1 yhportsyD ralucsuM ssufierD-yremE
Enhanced S-Cone Syndrome NR2E3

1TNAC1 aisalpsyD siouqubseD / 7 ,elpitluM ,aisalpsyD laesyhpipE
ERCC6-Related Disorders ERCC6
ERCC8-Related Disorders ERCC8
Ethylmalonic Encephalopathy ETHE1
Fabry Disease GLA
Factor IX Deficiency F9
Factor XI Deficiency F11
Familial Dysautonomia IKBKAP (ELP1)

1FRPdetaleR-1FRP ,sisotycoitsihohpmyL citycogahpomeH lailimaF
11XTSdetaleR-11XTS ,sisotycoitsihohpmyL citycogahpomeH lailimaF

BXTSdetaleR-2PBXTS ,sisotycoitsihohpmyL citycogahpomeH lailimaF P2
1PARLDLdetaleR-1PARLDL ,aimeloretselohcrepyH lailimaF

RLDLdetaleR-RLDL ,aimeloretselohcrepyH lailimaF
8CCBAdetaleR-8CCBA ,msinilusnirepyH lailimaF

Familial Mediterranean Fever MEFV
2PQAdetaleR-2PQA ,sudipisnI setebaiD cinegorhpeN lailimaF

Fanconi Anemia, Group A FANCA
Fanconi Anemia, Group B FANCB
Fanconi Anemia, Group C FANCC
Fanconi Anemia, Group D2 FANCD2
Fanconi Anemia, Group E FANCE
Fanconi Anemia, Group F FANCF
Fanconi Anemia, Group G FANCG
Fanconi Anemia, Group I FANCI
Fanconi Anemia, Group L FANCL
Farber Lipogranulomatosis ASAH1
Fragile X Syndrome FMR1
Fumarase Deficiency FH
GABA-Transaminase Deficiency ABAT
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1KLAG)II epyT ,aimesotcalaG( ycneicifeD esanikotcalaG
Galactosemia GALT
Galactosialidosis CTSA
Gaucher Disease GBA
Gitelman Syndrome SLC12A3

DP6GycneicifeD esanegordyheD etahpsohP-6-esoculG
Glutaric Acidemia, Type 1 GCDH
Glutaric Acidemia, Type 2A ETFA
Glutaric Acidemia, Type 2B ETFB
Glutaric Acidemia, Type 2C ETFDH
Glycine Encephalopathy, AMT-Related AMT
Glycine Encephalopathy, GLDC-Related GLDC
Glycogen Storage Disease, Type 1A G6PC
Glycogen Storage Disease, Type 1B SLC37A4

AAG)esaesiD epmoP( 2 epyT ,esaesiD egarotS negocylG
Glycogen Storage Disease, Type 3 AGL
Glycogen Storage Disease, Type 4 GBE1

MGYP)esaesiD eldrAcM( 5 epyT ,esaesiD egarotS negocylG
Glycogen Storage Disease, Type 7 PFKM
GRACILE Syndrome BCS1L

TMAGycneicifeD esarefsnartlyhteM etatecaonidinauG
Harlequin Ichthyosis ABCA12
Hemochromatosis, Type 2A HFE2 (HJV)

2RFTdetaleR-2RFT ,3 epyT ,sisotamorhcomeH
Hepatocerebral Mitochondrial DNA Depletion Syndrome, MPV17-Rela 71VPMdet
Hereditary Fructose Intolerance ALDOB
Hereditary Spastic Paraparesis, Type 49 TECPR2

1B3PAdetaleR-1B3PA ,emordnyS kalduP-yksnamreH
1SPHdetaleR-1SPH ,emordnyS kalduP-yksnamreH
3SPHdetaleR-3SPH ,emordnyS kalduP-yksnamreH
4SPHdetaleR-4SPH ,emordnyS kalduP-yksnamreH

Heterotaxy Syndrome, ZIC3-Related ZIC3
Holocarboxylase Synthetase Deficiency HLCS

RFHTMRFHTM fo ycneicifeD ot eud airunitsycomoH
Homocystinuria, CBS-Related CBS
Homocystinuria, Type cblE MTRR
Hydrolethalus Syndrome HYLS1
Hyper IgM Syndrome, X-Linked CD40LG
Hyperornithinemia-Hyperammonemia-Homocitrullinuria (HHH Syndrom 51A52CLS)e

AGdetaleR-3TNLAG ,sisoniclaC laromuT lailimaF cimetahpsohprepyH LNT3
ADEdekniL-X ,aisalpsyD lamredotcE citordihopyH

Hypophosphatasia, ALPL-Related ALPL
Immune Dysregulation, Polyendocrinopathy, Enteropathy, X-Linked (IPEX) Syndrome FOXP3
Inclusion Body Myopathy 2 GNE
Infantile Cerebral and Cerebellar Atrophy MED17
Infantile Nephronophthisis INVS
Infantile Neuroaxonal Dystrophy PLA2G6

1ABU dekniL-X ,yhportA ralucsuM lanipS elitnafnI
DaipotoreteH dnaB lacitrocbuS / ecneuqeS ylahpecnessiL detalosI CX

Isovaleric Acidemia IVD
Johanson-Blizzard Syndrome UBR1

612MEMT2 emordnyS lekceM / 2 emordnyS trebuoJ
Joubert Syndrome, AHI1-Related AHI1
Joubert Syndrome, ARL13B-Related ARL13B
Joubert Syndrome, B9D1-Related B9D1
Joubert Syndrome, B9D2-Related B9D2

2C41 emordnyS latigidoicaforO / detaleR-3DC2C ,emordnyS trebuoJ CD3
A2D2CCemordnyS HCAOC / detaleR-A2D2CC ,emordnyS trebuoJ

Joubert Syndrome, CEP104-Related CEP104
Joubert Syndrome, CEP120-Related / Short-Rib Thoracic Dysplasia 13 with or without Polydactyly CEP120
Joubert Syndrome, CEP41-Related CEP41

C6 emordnyS latigidoicaforO / detaleR-1ENALPC ,emordnyS trebuoJ PLANE1
Joubert Syndrome, CSPP1-Related CSPP1
Joubert Syndrome, INPP5E-Related INPP5E

3AMALdetaleR-3AMAL ,asolluB sisylomredipE lanoitcnuJ
3BMALdetaleR-3BMAL ,asolluB sisylomredipE lanoitcnuJ
2CMALdetaleR-2CMAL ,asolluB sisylomredipE lanoitcnuJ

Juvenile Retinoschisis, X-Linked RS1
Ketothiolase Deficiency ACAT1
Krabbe Disease GALC
L1 Syndrome L1CAM
Lamellar Ichthyosis, Type 1 TGM1
Leber Congenital Amaurosis 2 RPE65
Leber Congenital Amaurosis, IQCB1-Related / Senior-Loken Syndro 1BCQI5 em

092PEC092PEC epyT ,sisoruamA latinegnoC rebeL
Leber Congenital Amaurosis, Type LCA5 LCA5

21HDR21HDR epyT ,sisoruamA latinegnoC rebeL
Leigh Syndrome, French-Canadian Type LRPPRC
Lesch-Nyhan Syndrome HPRT1
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1ELG1 emordnyS erutcartnoC latinegnoC lahteL
5B2FIErettaM etihW gnihsinaV htiw yhtapolahpecneokueL
3NPACA2 epyT ,yhportsyD ralucsuM eldriG-bmiL

FSYDB2 epyT ,yhportsyD ralucsuM eldriG-bmiL
GCGSC2 epyT ,yhportsyD ralucsuM eldriG-bmiL
ACGSD2 epyT ,yhportsyD ralucsuM eldriG-bmiL
BCGSE2 epyT ,yhportsyD ralucsuM eldriG-bmiL
DCGSF2 epyT ,yhportsyD ralucsuM eldriG-bmiL

Limb-Girdle Muscular Dystrophy, Type 2I FKRP
Lipoamide Dehydrogenase Deficiency (Dihydrolipoamide Dehydrogenase Deficiency) DLD
Lipoid Adrenal Hyperplasia STAR
Lipoprotein Lipase Deficiency LPL

AHDAHycneicifeD esanegordyheD AoC-lycayxordyH-3 niahC gnoL
Lysinuric Protein Intolerance SLC7A7
Malonyl-CoA Decarboxylase Deficiency MLYCD
Maple Syrup Urine Disease, Type 1A BCKDHA
Maple Syrup Urine Disease, Type 1B BCKDHB
Maple Syrup Urine Disease, Type 2 DBT
McKusick-Kaufman Syndrome MKKS
Meckel Syndrome 7 / Nephronophthisis 3 NPHP3
Meckel-Gruber Syndrome, Type 1 MKS1

MDACAycneicifeD esanegordyheD AoC-lycA niahC muideM
MEDNIK Syndrome AP1S1

1CLMstsyC lacitrocbuS htiw yhtapolahpecneokueL cilahpecnelageM
Menkes Syndrome ATP7A
Merosin-Deficient Muscular Dystrophy LAMA2

2OGNATdetaleR-2OGNAT ,saimhtyhrrA dna yhtapolahpecnE cilobateM
ASRAdetaleR-ASRA ,yhportsydokueL citamorhcateM
PASPdetaleR-PASP ,yhportsydokueL citamorhcateM

CHCAMMClbc epyT ,airunitsycomoH dna airudicA cinolamlyhteM
CHDAMMDlbc epyT ,airunitsycomoH dna airudicA cinolamlyhteM

Methylmalonic Aciduria, MMAA-Related MMAA
Methylmalonic Aciduria, MMAB-Related MMAB
Methylmalonic Aciduria, Type mut(0) MUT (MMUT)

2XSVdetaleR-2XSV ,aimlahthponA/aimlahthporciM
9DACAdetaleR-9DACA ,ycneicifeD 1 xelpmoC lairdnohcotiM

5FAFUDNdetaleR-5FAFUDN ,ycneicifeD 1 xelpmoC lairdnohcotiM
6SFUDNdetaleR-6SFUDN ,ycneicifeD 1 xelpmoC lairdnohcotiM
4SFUDN1 epyT raelcuN ,ycneicifeD I xelpmoC lairdnohcotiM

6FAFUDN71 epyT raelcuN ,ycneicifeD I xelpmoC lairdnohcotiM
1SUP)1ASALM( aimenA citsalborediS dna yhtapoyM lairdnohcotiM

AHdetaleR-BHDAH ,ycneicifeD nietorP lanoitcnufirT lairdnohcotiM DHB
Molybdenum Cofactor Deficiency, Type A MOCS1
Mucolipidosis II/IIIA GNPTAB
Mucolipidosis III gamma GNPTG
Mucolipidosis, Type IV MCOLN1

AUDI)emordnyS relruH( I epyT ,sisodirahccasylopocuM
SDI)emordnyS retnuH( II epyT ,sisodirahccasylopocuM

HSGS)A oppilifnaS( AIII epyT ,sisodirahccasylopocuM
ULGAN)B oppilifnaS( BIII epyT ,sisodirahccasylopocuM

TANSGH)C oppilifnaS( CIII epyT ,sisodirahccasylopocuM
SNG)D oppilifnaS( DIII epyT ,sisodirahccasylopocuM

SNLAG)emordnyS oiuqroM( AVI epyT ,sisodirahccasylopocuM
1BLGsisodisoilgnaG 1MG / BVI epyT ,sisodirahccasylopocuM

Mucopolysaccharidosis, Type IX HYAL1
BSRA)ymaL-xuaetoraM( IV epyT ,sisodirahccasylopocuM

Mucopolysaccharidosis, Type VII GUSB
Mulibrey Nanism TRIM37

HCemordnyS rabocsE / detaleR-GNRHC ,emordnyS muigyretP elpitluM RNG
Multiple Sulfatase Deficiency SUMF1

1TNGMOPdetaleR-1TNGMOP ,esaesiD niarB-eyE-elcsuM
PMYT)EIGNM( yhtapolahpecnE lanitsetniortsagoruenoyM

Myotubular Myopathy, X-Linked MTM1
N-acetylglutamate Synthase Deficiency NAGS
Nemaline Myopathy, NEB-Related NEB
Nephronophthisis 1 NPHP1

5NLCdetaleR-5NLC ,sisonicsufopiL dioreC lanorueN
6NLCdetaleR-6NLC ,sisonicsufopiL dioreC lanorueN
8NLCdetaleR-8NLC ,sisonicsufopiL dioreC lanorueN

8DSFMdetaleR-8DSFM ,sisonicsufopiL dioreC lanorueN
1TPPdetaleR-1TPP ,sisonicsufopiL dioreC lanorueN
1PPTdetaleR-1PPT ,sisonicsufopiL dioreC lanorueN

Niemann-Pick Disease, Type C1/D NPC1
Niemann-Pick Disease, Type C2 NPC2
Niemann-Pick Disease, Types A/B SMPD1
Nijmegen Breakage Syndrome NBN

2BJGdetaleR-2BJG ,ssoL gniraeH cimordnysnoN
A51OYMdetaleR-A51OYM ,ssoL gniraeH cimordnysnoN

Odonto-Onycho-Dermal Dysplasia / Schopf-Schulz-Passarge Syndrom A01TNWe
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Omenn Syndrome, RAG2-Related RAG2
Ornithine Aminotransferase Deficiency OAT
Ornithine Transcarbamylase Deficiency OTC

1GRICTdetaleR-1GRICT ,tnangilaM elitnafnI ,sisortepoetsO
Pendred Syndrome SLC26A4
Perlman Syndrome DIS3L2
Phenylketonuria PAH

3XHL3 denibmoC ,ycneicifeD enomroH yratiutiP
POLG-Related Disorders POLG

1DHKPevisseceR lamosotuA ,esaesiD yendiK citsycyloP
3CSOXEdetaleR-3CSOXE ,aisalpopyH ralleberecotnoP

2SRARdetaleR-2SRAR ,aisalpopyH ralleberecotnoP
2NESTdetaleR-2NEST ,aisalpopyH ralleberecotnoP

45NESTdetaleR-45NEST ,aisalpopyH ralleberecotnoP
Pontocerebellar Hypoplasia, Type 1A VRK1
Pontocerebellar Hypoplasia, Type 2D SEPSECS

35SPVdetaleR-35SPV ,aisalpopyH ralleberecotnoP
5HANDdetaleR-5HAND ,aiseniksyD yrailiC yramirP

1IANDdetaleR-1IAND ,aiseniksyD yrailiC yramirP
2IANDdetaleR-2IAND ,aiseniksyD yrailiC yramirP

1B1PYCylamonA sreteP / amocualG latinegnoC yramirP
Primary Hyperoxaluria, Type 1 AGXT
Primary Hyperoxaluria, Type 2 GRHPR
Primary Hyperoxaluria, Type 3 HOGA1

TA)1CIFP( 1 epyT ,sisatselohC citapehartnI lailimaF evissergorP P8B1
BA)2CIFP( 2 epyT ,sisatselohC citapehartnI lailimaF evissergorP CB11
JT)4CIFP( 4 epyT ,sisatselohC citapehartnI lailimaF evissergorP P2

Prolidase Deficiency PEPD
Propionic Acidemia, PCCA-Related PCCA
Propionic Acidemia, PCCB-Related PCCB
Pseudocholinesterase Deficiency BCHE
Pseudoxanthoma Elasticum ABCC6
Pycnodysostosis CTSK
Pyridoxine-Dependent Epilepsy ALDH7A1
Pyruvate Carboxylase Deficiency PC

BHDPdetaleR-BHDP ,ycneicifeD esanegordyheD etavuryP
1AHDPdekniL-X ,ycneicifeD esanegordyheD etavuryP

Refsum Disease, PHYH-Related PHYH
1B1V6PTAdetaleR-1B1V6PTA ,ssenfaeD dna sisodicA ralubuT laneR

Renal Tubular Acidosis, Proximal, with Ocular Abnormalities and Mental Retardation SLC4A4
Retinitis Pigmentosa 25 EYS
Retinitis Pigmentosa 26 CERKL
Retinitis Pigmentosa 28 FAM161A
Retinitis Pigmentosa 59 DHDDS

7XEP1 epyT ,atatcnuP aisalpsydordnohC cilemozihR
TAPNG2 epyT ,atatcnuP aisalpsydordnohC cilemozihR

SPGA3 epyT ,atatcnuP aisalpsydordnohC cilemozihR
Roberts Syndrome ESCO2
Salla Disease SLC17A5
Sandhoff Disease HEXB
Schimke Immunoosseous Dysplasia SMARCAL1
Segawa Syndrome, TH-Related TH

4PHPN4 sisihthponorhpeN / 4 emordnyS nekoL-roineS
ADAdetaleR-ADA ,ycneicifedonummI denibmoC ereveS

1GARdetaleR-1GAR ,ycneicifedonummI denibmoC ereveS
C1ERLCDnaksabahtA epyT ,ycneicifedonummI denibmoC ereveS

GR2LIdekniL-X ,ycneicifedonummI denibmoC ereveS
SDBSdetaleR-SDBS ,emordnyS dnomaiD-namhcawhS

Sialidosis NEU1
Sjögren-Larsson Syndrome ALDH3A2
Smith-Lemli-Opitz Syndrome DHCR7
Spastic Paraplegia, Type 15 ZFYVE26
Spastic Tetraplegia, Thin Corpus Callosum, and Progressive Microcephaly (SPATCCM) SLC1A4
Spinal Muscular Atrophy SMN1

XOWW21 evisseceR lamosotuA ,aixatA rallebereconipS
2PSEMdetaleR-2PSEM ,sisotsosyD cicarohtolydnopS

Steel Syndrome COL27A1
Steroid-Resistant Nephrotic Syndrome NPHS2
Stuve-Wiedemann Syndrome LIFR
Tay-Sachs Disease HEXA

73CTTdetaleR-73CTT ,emordnyS ciretneotapehohcirT
2CCRED puorG ,musotnemgiP amredoreX / 1 yhportsydoihtohcirT

Triple A Syndrome AAAS
Tyrosinemia, Type 1 FAH
Tyrosinemia, Type 2 TAT
Usher Syndrome, Type 1B MYO7A
Usher Syndrome, Type 1C USH1C
Usher Syndrome, Type 1D CDH23
Usher Syndrome, Type 1F PCDH15

PANEL 
AVAILABILITY

SCREENING 
RECOMMENDATIONS
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2BIC84 ,evisseceR lamosotuA ,ssenfaeD / J1 epyT ,emordnyS rehsU
Usher Syndrome, Type 2A USH2A
Usher Syndrome, Type 2C ADGRV1
Usher Syndrome, Type 3 CLRN1 (USH3)

LVDACAycneicifeD esanegordyheD AoC-lycA niahC-gnoL yreV
Vitamin D Dependent Rickets, Type 1A CYP27B1

NTKFdetaleR-NTKF ,emordnyS grubraW-reklaW
ISPD (CRPPA)detaleR-DPSI ,emordnyS grubraW-reklaW

1EGRALdetaleR-1EGRAL ,emordnyS grubraW-reklaW
1TMOPdetaleR-1TMOP ,emordnyS grubraW-reklaW
2TMOPdetaleR-2TMOP ,emordnyS grubraW-reklaW

Werner Syndrome WRN
Wilson Disease ATP7B
Wiskott-Aldrich Syndrome WAS
Wolcott-Rallison Syndrome EIF2AK3
Wolman Disease LIPA
Xeroderma Pigmentosum, Group A XPA
Xeroderma Pigmentosum, Group C XPC
X-Linked Chondrodysplasia Punctata 1 ARSE (ARSL)

XRAailatineG lamronbA htiw ylahpecnessiL dekniL-X
1XEPdetaleR-1XEP ,sredrosiD murtcepS regewlleZ
2XEPdetaleR-2XEP ,sredrosiD murtcepS regewlleZ
6XEPdetaleR-6XEP ,sredrosiD murtcepS regewlleZ
01XEPdetaleR-01XEP ,sredrosiD murtcepS regewlleZ
21XEPdetaleR-21XEP ,sredrosiD murtcepS regewlleZ
62XEPdetaleR-62XEP ,sredrosiD murtcepS regewlleZ

PANEL 
AVAILABILITY

SCREENING 
RECOMMENDATIONS

1. American College of Obstetricians and Gynecologists, Committee Opinion # 690, March 2017. 
2. American College of Obstetricians and Gynecologists, Committee Opinion # 691, March 2017. 
3. Gregg et al. Screening for autosomal recessive and X-linked conditions during pregnancy and preconception: a practice resource of the American College of Medical Genetics

ENEGNOITIDNOC

and Genomics (ACMG), July 2021. 
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* Note that ACOG screening recommendations listed here include diseases in ACOG Committee Opinion 690 example expanded carrier screening panel, as well as the diseases listed in ACOG Committee Opinion 691.

Horizon has been developed and its performance characteristics determined by the CLIA-certified laboratory performing the test. The test has 
not been cleared or approved by the US Food and Drug Administration (FDA). CAP accredited, ISO 13485 certified, and CLIA certified.  
© 2021 Natera, Inc. All Rights Reserved. NAT-9000016  |  MKT-10165  |  Rev 02

13011 McCallen Pass, Building A Suite 100  |  Austin, TX 78753  |  natera.com


