








1 1

2

3

4

5

6

7

8

9

10

11

12

13

14

15

16

17

18

19

2

3

4

5

6

7

8

9

10

11

12

13

14

15

16

17

18

19

Disease phenome Disease genome
AR

ATM

BRCA1

BRCA2

CDH1

GARS

HEXB

KRAS

LMNA

MSH2

PIK3CA

TP53

MAD1L1

RAD54L

VAPB

CHEK2

BSCL2

ALS2

BKIP1

Ataxia-telangiectasia

Perineal  hypospadias

Androgen insenstivity

T-cell lymphoblastic leukemia

Papillary serous carcinoma

Pancreatic cancer

Ovarian cancer

Lymphoma

Breast cancer

Prostate cancer

Wilms tumor

Spinal muscular atrophy

Sandhoff disease

Lipodystrophy

Charcot-marie-tooth disease

Amyotrophic lateral sclerosis

Silver spastic paraplegia 
syndrome

Spastic ataxia /paraplegia

Fanconi anemia
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