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1) Alpha-Thalassemia (HBA genes)*

2) Batten Disease, CLN3-Related (CLN3 gene)

3) Beta-Hemoglobinopathies (HBB gene)*

4) Bloom Syndrome (BLM gene)*

5) Canavan Disease (ASPA gene)*

6) Citrullinemia, Type 1 (ASS1 gene)

7) Cystic Fibrosis (CFTR gene)*

8) Duchenne and Becker Muscular Dystrophy (dystrophin gene)

9) Familial Dysautonomia (/IKBKAP gene)*

10) Fanconi Anemia, Group C (FANCC gene)*

1) Fragile X Syndrome (FMR1 gene)*

Galactosemia (GALT gene)*

Gaucher Disease (GBA gene)*

Glycogen Storage Disease, Type 1a (G6PC gene)

Isovaleric Acidemia (/VD gene)

Medium Chain Acyl-CoA Dehydrogenase Deficiency
(ACADM gene)*

17) Methylmalonic Aciduria and Homocystinuria, Type cbIC
(MMACHC gene)

18) Mucolipidosis, Type IV (MCOLN1 gene)*

19) Mucopolysaccharidosis, Type | (/DUA gene)

20) Niemann-Pick Disease, Types A/B (SMPD1 gene)*

21) Polycystic Kidney Disease, Autosomal Recessive
(ARPKD PKHD1 gene)

Rhizomelic Chondrodysplasia Punctata, Type 1 (PEX7 gene)

Smlth—Lemll—Opltz Syndrome (DHCR7 gene)*

Spinal Muscular Atrophy (SMA, SMN1 gene)*

Tay-Sachs Disease (HEXA gene)*

Tyrosinemia, Type 1 (FAH gene)

Zellweger Spectrum Disorders, PEX1-Related (PEX1 gene)
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< lBwsnu - awsAU (African-American)
- Sickle Cell Anemia (1/10%)
- Cystic fibrosis (1/65)
- Beta-thalassemia (1/75)
4 89 (Ashkenazi Jewish)
- Gaucher disease (1/15)
- Cystic fibrosis (1/26)
- tay-Sachs Disease (1/30)
- Dysautonomia(1/32)
- Canavan Disease (1/40)
< 1918y (Asian)
- Alpha-Thalassemia (1/20)
- Beta-Thalassemia (1/50) Ny
- Cystic fibrosis (1/94) ~
- Duchenne and Becker Muscular - -
Dystrophy (4-11/50)
- Spinal Muscular Atrophy (1/59) -
- Fragile X Syndrome (1.3/100)
¢ ¢lsU, awsAu  (European, American) - | !,(
‘{ |

- cystic fibrosis (1/25)
< wsuiAd, 1ALA (French, Canadian)
- TaySachs Disease (1/30)
< aluna:lusaina (Hispanic)
- Cystic fibrosis (1/46)
- Beta-thalassemia (1/30)
< WhAmesisiteu (Mediterranian)
- Beta-Thalassemia (1/25)
- Cystic fibrosis (1/29)
- Sickle Cell anemia (1/40)
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