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1. Provide an update on the PHACE syndrome
International Clinical Registry and Genetic
Repository
2. Provide an overview of latest publications on
PHACE syndrome that have resulted from the
registry

10 Year Anniversary: 2006-2016!
• Established in 2006 at UCSF with Dr. Ilona Frieden
• Merged with the Texas Children’s PHACE Registry
Directed by Denise Metry in 2011
• 206 individuals with PHACE enrolled
• This is very powerful for understanding the
complications and natural history in PHACE

Families have joined the registry from
around the world:

• We are excited to announce that enrollment in
the PHACE registry is now online!
• It is very quick and easy to enroll

What Happens When You Enroll?
• We will do consent forms
• We will review the medical history
• We will order a small blood draw from the
child (or adult with PHACE) and both parents if
available or we can also use saliva kits
• We may collect a tissue sample
• We will collect reports MRI’s and other test
results and do a survey
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The Research: Clinical and Genetic
• We are also trying to understand the spectrum of
medical issues in PHACE syndrome

Why participate in research?
• Your participation in the registry makes the
research possible to publish the papers that
help educate your doctors

• We want to understand the natural history, what
do we need to watch out for in adulthood?
• We are using sequencing techniques to look for
small changes in the DNA to find the cause of
PHACE

Neurodevelopmental Outcomes in
Children with PHACE Syndrome
• Enrollment:
–
–
–
–

25 children
Age range: 4-18 years old
Neurodevelopmental evaluation
All testing done in Milwaukee

• Domains:
–
–
–
–
–
–
–

Cognitive IQ
Visual motor
Fine motor
Attention
Memory
Language
Behavior/Emotional

Brosig et al, Pediatric Dermatology 2016
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Neurodevelopmental Outcomes in
Children with PHACE Syndrome
• 44% within normal range on all domains
• 28% had one score in at-risk range
• 12% had two or more scores in the at risk
range
• 16% had one score in the impaired range

Neurodevelopmental Outcomes in
Children with PHACE Syndrome
• Results:
– Mean score in cohort did not differ significant
from norms except for “word structure” which
relates to language
– 50% had received speech therapy

– No single clinical feature predicted risk for
impaired range

Brosig et al, Pediatric Dermatology 2016

Brosig et al, Pediatric Dermatology 2016

What is the cause of PHACE?

What is the definition of genetic?
• Definitions:
• 1. Hereditary, inherited, transmitted,
transmissible

Is there a chance the condition will
occur again in another pregnancy?
No recurrence has been seen in families
Some adults with PHACE have had children and they
are not affected

• 2. “Affecting or determined by genes”- this can
be complex and may not always be seen in
repeated pattern in families
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Genetic Clue 1: Female Predominance

• 6:1 female to male ratio
• But boys are not more severe

No significant difference in severity of males and females with PHACE

Haggstrom AN, J Pediatr 2007;150:291-4.

Is there a chance the condition will
occur again in another pregnancy?

There is a not a part of a chromosome that is missing or
duplicated across individuals with PHACE syndrome

– The mode of inheritance helps give clues about
recurrence risk
– There have been no reports of recurrences in
families, therefore PHACE is not likely to be
inherited

Genetic Clue 2: No New Shared Mutations
Identified in Blood Samples
– Genomic blood DNA samples from children with
PHACE syndrome compared with their parents

– No shared mutations found in the blood that were
new in the affected individual
– This means it is unlikely to be in all cells in the body
and unlikely to inherited or passed on

Genetic Clue 3: Only some cells
affected
• There might be a genetic change in only some cells,
but not in the whole body
• This is called mosaicism

• Testing Hemangioma tissue, skin tag removals and
aorta samples from surgery
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The cause of PHACE is complicated
• It might a combination of inherited factors
PLUS a new genetic change in some cells
• Larger numbers needed for genetic studies to
discover the cause of PHACE

Ongoing and future studies
• Adults with PHACE
• Prenatal risk factors
• Long term natural history, working toward
annual health updates

PeDRA gives me a platform for
collaborating with investigators on
pediatric dermatology research.
NOVA

Greater Milwaukee Foundation

Helping Children with Skin Diseases
through Collaborative Research
www.pedraresearch.org
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