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Implementation in the WA public
health system

* Current: Children well known to Princess
Margaret Hospital for children and have
clinical factors supporting the possibility of
obtaining a diagnhosis with current
approaches, yet remain undiagnosed.

e Stage 2: Adults well known to...
e Stage 3: Open referral system
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Ontology-driven
Smart text processing
Collaboration-oriented
Intuitive and friendly

Patient Archive

* Secure
Clinical-grade
* Data encryption

* Fine-grained data sharing
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Skull (Feb 02, 2016)

large head
Macrocephaly (large head) I
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Disproportionate dwarfism # Edit @ Delete

Shortening of the praximal limbs (called rhizomelic shortening)
Short fingers and toes with trident hands

Large head with prominent forehead frontal bossing

Small midface with a flattened nasal bridge

Spinal kyphosis (convex curvature) or lordosis (concave curvature)
Varus (bowleg) or valgus (knock knee) deformities
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Abnormality of head or neck

Frontal bossing

Depressed nasal bridge

Abnormality of limbs

Diagnoses Frequently have ear infections (due to Eustachian tube blockages), sleep apnea IRk {Eta) | Engeniberell
. (which can be central or obstructive), and hydrocephalus | Genu valgum |
Imaging Abnormality of the nervous system
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