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Applications of 2D and 3D imaging 

• Syndrome recognition, classification, ranking

• Explore the phenotypic variability of syndromic conditions

• Monogenic conditions: study the relation of the facial 
phenotype with molecular diagnosis

• Expand on the phenotypic spectrum -> milder phenotype

• Variant interpretation

• Normal versus abnormal facial variation
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Part based syndrome classification Clinical phenotype face space





De novo c.1180T>C 
(p.Cys394Arg) in CTNND1

blepharocheilodontic (BCD) 
syndrome



Hum Mol Genet. 2020 Jul 
21;29(11):1900-1921. 















White et al. 2020, Sources of Variation in the 3dMDface and Vectra H1 
3D facial imaging systems, Scientific Reports
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How to assess an individual face? 
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Severity

Genotype phenotype correlation: syndrome delineation, discrimination, 
individual patient evaluation
• What parts of the face are affected and in what ways?

• Can we define a degree of severity for individual patients?

• Can we measure similarity between syndromes? ~ molecular pathways
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New syndromes

aspecific facial phenotype

to rare to become recognizable by either of us

? or

What is it in the face that gives away 
the major gene effect? ~

Mendelian
cause?
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Computational versus expert dysmorphism 
scores in ASD patients with monogenic causes
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