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SUMMARY OF SPEAKERS

• Dr. Wendy Chung (Columbia, Simons VIP) 

• Genetics 101

• This is NO ONE’S “fault”

• Dr. Hong Joo Kim (St. Jude’s Children’s Hospital)

• Using cell lines and induced pluripotent stem cells (iPSCs) and mini brain organoids to 

study HRNPH2 function both in normal development or variants (mutants)

• They have found differences in the behavior of the different variants in cell lines

• Dr. Ane Korff (St. Jude’s Children’s Hospital)

• Using animal models (mouse lines) to study HRNPH2 function both in variants (mutants)

• They have found differences in the behavior of the different variants in mice 



• Amy Lerner, Occupational therapist

• Many of the individuals have sensory issues 

• She has MANY resources and recommendations you can check out to help.

• Andreia Boutard-Zanelato, Physical therapist

• PT is necessary for muscle development and should be started as early as 

possible, even BEFORE a diagnosis is made

• “Do not set limits we do not know.”  We must DEFINE the limits!

• YBRP

• Try to reach out and find more HNRNPH2 cases

• Try to help with fundraising and bring awareness locally

• Share your skills with our team so you can help too



• Stephanie Bellatoni, Outreach Coordinator

• Navigating and advocating in the educational maze 

• Know your limits but be an important member of the discussion

• Dr. Arezou Heshmati

• Discussed better sleep hygiene, aka “behavioral strategies”

• Reviewed some of the sleep questionnaire feedback & explained the 

difference between sleep studies and overnight EEG

• Nicole Jablon, LMSW

• Caring for the caregiver session



1 paper
6 girls

Simons VIP 
10 girls

CUMC Registry 
> 20 girls

September 2016 January 2017

First Family Meeting 
4 parents

Bain & Chung
CUMC, NYC

January 2017

p.Arg206Trp (15)
p.Arg206Gln (4)
p.Arg206Gly (1)
p.Pro209Leu
p.Tyr210Cys (2)
p.Arg212Thr (1)
p.Asp340Val (1) *

p.A371Cfs (1) *

Still unknown variant (5)





HNRNPH2 FAMILY MEETING 2018

• Day 1

• Simons VIP —> Blood draw

• Basic check up: height, weight, head circumference —> ALL 10 GIRLS

• History & Physical examination (Jen Bain) —> ALL 10 GIRLS

• Physical therapy assessment (Rachel, Nicole, Sara) —> ALL 10 GIRLS

• EEG assessment (Dr. Goldman, Natasha, Arielle & Christina) —> ALL 10 GIRLS

• Day 2

• Gait assessment (Dr. Goldman’s team) 

• Foot and Face Portraits (Physical therapy team)



SUCCESSFUL FIRST HNRNPH2 MEETING!

• 10 girls

• 14 families

• 10 neurological exams

• 10 physical therapy assessments

• 10 EEGs

• 3 skin biopsies

• 5 blood collections

• 6 gait assessments

• 9 face portraits

• 9 feet portraits



THANK YOU

• YBRP

• Olivia Thornburg

• Neuromuscular/PT Team: Rachel Salazar, Sara Beenders, Nicola Holuba

• Sylvie Goldmans Team

• Christina Layton

• Cheryl Pan

• Sophia Wyne

• Natasha Yamane

• Damiano Zanotto & Team



Keep in Touch — and please watch your emails for more 

research emails!

THANK YOU!!

SEE YOU SOON!


