
Fast.  In under 5 seconds, identify the pertinent gene or genes and 
their associated variants that could be causative in the patient, 

identified in a way that is hypothesis-independent as to mode of 
inheritance, number of genes involved and key clinical findings.  

Workflow allows clinical interpretation and reporting to be done in just 
a few minutes.

Accurate.  Uses gene pertinence, a measure of confidence in the 
diagnosis. The top gene in confirmed diagnosis typically has >99% 

pertinence.  (PMID 25156663, open access) 

Cost effective.  Reduce the need to do trios to diagnose known 
diseases.  Make good use of scarce time of experts on clinical 

interpretation.  Enable re-analysis at every visit for the undiagnosed.

Key Benefits

To subscribe, visit:
SimulConsult.com

Analyze and interpret panels, exome and genome variant tables, and loss of heterozygosity in the full 
clinical context to rapidly identify causative genes and variants

Genome-Phenome Dashboard  

•	 Clinical correlation of patient findings and genomic 
results identifies the most pertinent causative 
genes from among described Mendelian disorders, 
highlighting the plausible causative variants in those 
genes

•	 Incidental (“seccondary”) findings with options 
of gene lists and individuals to report

•	 Discovery gene list for genes with phenotypes 
not yet described in the literature

•	 Genome Report workflow enables fast 
selection of diagnoses, genes and variants 
and export to reporting platform, including 
a Prognosis Table© to answer the question 
“what should I expect” 

•	 Complete coverage of known Mendelian 
disorders 

Key Features
To launch SimulConsult with the patient’s clinical findings  

already entered, click here
To relaunch, click here

Clinician-centered genomic workflow



Analysis Workflow  

Phenome & Genome

Lab staff uses SimulConsult 
Collects findings from MD  

staff or notes

MD’s staff uses simplified 
SimulConsult interface

Diagnoses hidden so labs can  
include it on their public websites

MD uses SimulConsult
Most efficient if clinicians use 

SimulConsult anyway for  
diagnostic assistance

MD orders test
Findings can be collected in 1 of 3 ways

Pertinence measure for the 
gene (green shading), together 
with details about the relevant 
variants (orange shading below) 
and the factors underlying each 
gene severity score, allow for 
rapid interpretation.

Annotated variant table Patient Phenotype

Genome-Phenome Analysis



Phenome & Genome

Confirm the output in the report “cart” and export Genome Report

Export to SimulConsult’s standard Genome-Phenome Report 
(shown on next page) or xml API to lab’s reporting platform.  Prognosis information about the 
disease in each diagnosis helps the provider and patient know what to expect and informs care.

Genome Reporting Workflow  

Discovery (or incidental) genes
Interpreter sets preferences for genes to report (ACMG or more), who to examine (proband, trio...),  

whether only to report childhood onset and for whom to report results

Genome Report “cart” See report on 
next page

To launch SimulConsult with the patient’s clinical findings  
already entered, click here



Genome-Phenome Report 
Export report quickly and easily to lab’s reporting platform using 
SimulConsult’s API, or use cover letter with the default HTML output

Report Features
•	 Clinical rationale for the diagnosis is clear
•	 Supports up to 4 diagnoses; the findings automatically group by diagnosis
•	 Prognosis table answers clinician and patient question “what should I expect”
•	 Contextual resource links for the provider and patient by diagnosis leverages the time the provider and 

patient spend together 
•	 Structured terms (ICD 10, SnoMed, IMO® lexical ID) are available automatically via a partnership with 

Intelligent Medical Objects®, including patient-friendly terms for various medical concepts and HPO 
terms available for findings.  

Generated using patented SimulConsult® software, database © 1998-2016 and pognosis tables © 
2025.  All rights reserved. 

To launch SimulConsult with the patient’s clinical findings  
already entered, click here


