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Genomic Literacy 

Successes of genomic medicine
in rare diseases

Topics for today's discussion 

Transition into Adult Health care 

Uncommon things in NF1
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Let's think about what systems can be involved 

Uncommon things in NF1
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Uncommon things in NF1
We won’t be talking about:

- Neurofibromas
- Optic Gliomas
- Café au lait macules

BUT if you have questions 
– feel free to ask about them when we have our Q&A 



Neurofibromatosis type 1 (NF1) time line. 

BM Dunning-Davies, and APJ Parker Arch Dis Child Educ Pract Ed 2016;101:102-111

Copyright © BMJ Publishing Group Ltd & Royal College of Paediatrics and Child Health. All rights reserved.
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Uncommon things in NF1
Skin

https://doi.org/10.1016/j.jaad.2013.06.039

Nevus Anemicus

https://doi.org/10.1016/j.jaad.2013.06.039
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Uncommon things in NF1
Skin

http://medcomhk.com/hkdvb/pdf/2009v17n02-05.pdf

Juvenile xanthogranuloma
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Uncommon things in NF1
Skin

Pruritis  = itchiness
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Uncommon things in NF1
Eye

https://doi.org/10.2147/OPTH.S56327

choroidal freckling

https://doi.org/10.2147/OPTH.S56327
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Uncommon things in NF1
Eye

https://doi.org/10.1155/2013/604191

Retinal Macrovascular anomalies

https://doi.org/10.1155/2013/604191
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Uncommon things in NF1

Musculoskeletal system BONES:

• lower mineralization = osteopenia / osteoporosis
• lower Vit D levels 
• increased Parathyroid hormone
• higher bone resorption 

• Dysplasia of bones
• Sphenoid wing dysplasia
• Pseudoarthrosis
• Vertebral dysplasia – severe early onset scoliosis “Dystrophic”
• Dural Ectasia
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Uncommon things in NF1

Pseudoarthrosis Sphenoid wing dysplasia Dural Ectasia
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Uncommon things in NF1

Musculoskeletal system Muscles:

• Reduced Strength

• Fatigue 

Joints:
• Hypermobility

• Hand cramping, flat feet, growing pains

• Instability
• “rolling ankles” / strains and sprains
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Uncommon things in NF1

Neurological System

Learning:

• Intelligence is normal
• 50-80% incidence of :

• Learning difficulties
• Visio-spatial

• Behavioral problems
• Attention and Social awareness

• More recent studies suggests higher incidence of Autism  ( as high as 30%) 

• Polyneuropathy 
• Multiple nerve root tumors

• Seizures
• Abnormal sleep  - difficulty falling asleep , sleep cycle dysregulation 
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Uncommon things in NF1

Neurological System

Wellness:

• Anxiety
• Impacts how teenagers interact with their world
• Affects confidence 

all impact how children and teenagers/adults cope with life experiences
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Growth – not uncommon but worth discussing

Uncommon things in NF1
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How does NF1 cause shorter bones

Uncommon things in NF1
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Puberty

Uncommon things in NF1
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Hypertension = High Blood Pressure

Uncommon things in NF1
Vascular System

Causes:

• Idiopathic / Essential 
• Most cases

• Renal artery Stenosis 
• Does not respond to medication 
• Needs the blood su0ply to the kidney to be fixed
• More common in children with high blood pressure

• Pheochromocytoma
• Secretes the “fight/flight” hormone 
• Not cancer but does need to be treated
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Abnormal blood vessels

Uncommon things in NF1
Vascular System

Can be found anywhere – most are not important 

• Brain:
• Cerebrovascular malformations
• Moyamoya ~ “puff of smoke”  - increased risk for stroke 
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Uncommon things in NF1
Heart • Valves:

• Pulmonic stenosis

• Function:
• Cardiomyopathy (heart muscles enlarge) 

More common with 
NF1 gene deletions
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Tumors

Uncommon things in NF1

• Leukemia
• Rare but more common in NF1 than general population

• other tumors
• Rhabdomyosarcomas
• Pheochromocytomas
• Gastrointestinal stromal tumors
• Glomus tumors
• Retinal vasoproliferative tumors
• Women with NF1 are at higher risk for developing breast cancer 

before age 50

Tumors
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Know your resources and ask for help

Transition Planning

Pediatric Care

• child/family centered

• parental involvement
/ensure compliance 

• multidisciplinary 

Adult Care

• patient centered

• autonomy / independence

• physician directed 
(referrals to other specialists)
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Why is it important to think about 

Transition to Adult Care
• Know your diagnosis

• Gives confidence
• Help direct appropriate care
• Rare but more common in NF1 than general population

• Manage Health Care needs
• Know the symptoms
• Know the medications
• Know who to call if you have problems

• Learn about your health insurance
• Understand benefits and social security

• Educate about additional pressures of life outside of your family home
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Resources

Got Transition : www.gottransition.org

Family Voices of Wisconsin : www.familyvoicesofwisconsin.com

WI Dept of Health : www.dhs.Wisconsin.gov/cyshcn/regionalcenters

NF Collective: www.nfcollective.org/resources

CW symposium :

https://www.youtube.com/watch?v=ekL8y85zjyw

http://www.gottransition.org/
http://www.familyvoicesofwisconsin.com/
http://www.dhs.wisconsin.gov/cyshcn/regionalcenters
http://www.nfcollective.org/resources
https://www.youtube.com/watch?v=ekL8y85zjyw
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