
Platform

Access the software on your computer or tablet.

Focused on your patient

Use your patient’s genomic variant table and their 
clinical information to focus on the pertienent genes.  
Then get suggestions on useful clinical findings to 
check and tests to order.

Clear logic

You assess the rationale of the fit between your patient 
and the disease. It achieves “explainable artificial 
intelligence” using a human-curated database, it is not 
a black box.

Coverage

Covers all chromosomal abnormalities and genes with 
germline changes convincingly associated with human 
disease and their clinical and lab findings, as well as 
non-genetic diseases in their differential diagnosis.

Accurate and cost effective

Top gene in confirmed diagnosis often has >99% 
pertinence.  Can identify multiple genetic diagnoses  
simultaneously, such as in cases of consanguinity.

Fast

Import variants in seconds and rapidly interpret them 
in the full clinical context. Quickly prioritize discovery 
genes, if relevant, and regularly reanalyze undiagnosed 
and consanguinous patients.

Genome-Phenome Analyzer
Genome Interpretation plus Gene Discovery 

with SimulConsult

To subscribe, visit:
SimulConsult.com
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VLDLR gene variants (biallelic)

ALMS1 gene variants (biallelic)

HSPG2 gene variants (biallelic)

EIF2AK3 gene variants (biallelic)

CTSA gene variants (biallelic)

DSPP gene variant (monoallelic)

Pertinent gene zygosities
Severity scores for gene zygosities, with "c" denoting compound heterozygote
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VLDLR-related cerebellar hypoplasia

PCH2: pontocerebellar hypoplasia 2

PCH8: pontocerebellar hypoplasia 8

PCH10: pontocerebellar hypoplasia 10

Vici syndrome

Aicardi-Goutières syndrome, AR

LIS2: RELN-related lissencephaly, AR

PCH1B: pontocerebellar hypoplasia...

CDG1A: PMM2-related

Muscular dystrophy-dystroglycanopa...

Neurodevelopmental disorder with ce...

PCH11: pontocerebellar hypoplasia 11

MC1DN15: mitochondrial complex I de...

PCH1A: pontocerebellar hypoplasia...

PCH9: pontocerebellar hypoplasia 9

OFD6: orofaciodigital syndrome 6
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Microcephaly, postnatal progressive...

Mitochondrial short-chain enoyl-CoA...

MCPH15: microcephaly, primary AR...

Empowers you to quickly make diagnoses from 
genomic results in the clinical context! 



Getting to the diagnosis

Phenome + Genome

Annotated Variant Table (Lab-generated)

The clinical correlation 
of patient findings and 
genomic results:

	■ Ranks genes by 
pertinence to the 
clinical presentation 
rather than severity

	■ Identifies the most 
pertinent causative 
genes from among 
described human 
disorders (shown in 
green shading)

	■ Highlights 
variants that may 
be causative in 
those genes and 
which variants are 
implausibly frequent 
given the known 
disease incidence

	■ Identifies further 
useful clinical or lab 
findings to make the 
diagnosis

Specify the pertinent
clinical information

Import the 
annotated variants

VLDLR gene variants (biallelic)



Phenome + Genome

Automated reporting 

Automated reporting. 
You generate the report after you:

	■ Select the disease, gene and variant by 
diagnosis (supports up to 4 diagnoses in 
a patient)

	■ Assign findings to be a “reason for 
testing” or “other key finding” 

	■ Confirm selection in “cart”

PCORI-funded research 
has shown the report to 
be well liked by patient 
families and referring 
physicians, especially 
the Prognosis Table, 
which allows you to 
quickly answer their 
question “With this 
diagnosis, what should I 
expect?”



Prioritizing discovery genes using clinical context & 
family history

To subscribe, visit:
SimulConsult.com

Discovery section of report 
Selection of the variant adds 
discovery section to the “cart” and 
report

Use results from a microarray about loss of 
heterozygosity 

	■ Select Loss of heterozygosity. Find “Loss of 
heterozygosity” under DNA menu

	■ Input gene list. Convert the regions where 
loss of heterozygosity was found (e.g., chr4 
801509 1503857), to a list of genes. Paste in 
gene list and “Load genes”

	■ Review genes. The green shading 
will indicate the gene zygosities most 
pertinent to your patient. Then you can use 
suggestions of useful clinical or lab findings 
to distinguish among the diseases in the 
differential diagnosis

Loss of heterozygosity analysis


