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Applications of 2D and 3D imaging

e 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



Applications of 2D and 3D imaging

e Syndrome recognition, classification, ranking
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Applications of 2D and 3D imaging

e 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



How to assess an individual face?
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How to assess an individual face?




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 / Costello Phenotype
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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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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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Applications of 2D and 3D imaging

e 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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Applications of 2D and 3D imaging

e 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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