
Referring clinician

Blood samples 
& clinical data

AB O B A

AB O B A

Diagnostic 
report

NHS Clinical Genetics Service:
DNA preparation, clinical data 

transfer, diagnostic reports

DNA

Edinburgh Genomics 
sequencing facility:

DNA sequencing

Family 
relationships

GTAAGCGG MUTATION GGGTTCTT

Edinburgh Parallel Computing Centre:
Genomic data analysis, secure storage, 

and archiving     

Raw genomic 
sequence data Raw data

Wellcome Trust 
Sanger Institute

DECIPHER database

Secure archive 
storage

Referral
Diagnosis

Clinical data

Genomic Data Analysis Centre: trio whole exomes

Candidate causal 
variants

Candidate causal 
variants

(facial features, limb 
deformity, cardiac problems, 

learning disabilities)  

GGC

G
C
G
C
C
G

G
C
A 
T
C
G

SNP

G
C
G
C
C
G

G
C
A 
T
C
G

SNP


