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yriants in cell lines

®* Dr. Ane Korff (St. )

® 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




® Try to reach o ases

® Try to help with fundraising and bring awareness locally
® ® Share your skills with our team so you can help too




® Nicole Jablon, LM

f ® Caring for the caregiver session
O



£ First Family Meeting
o 4 parents Simons VIP CUMC Registry

1 pa.per Bain & Chung 10 girls > 20 girls
6 girls CUMC, NYC

September 2016 January 2017 January 2017

REPORT p'Arg206Trp (15)
m Variants in HNRNPH2 on the X Chromosome p_Arg206G I N (4)

Are Associated with a Neurodevelopmental

Disorder in Females pArg206G|y (1)

Jennifer M. Bain,! Megan T. Cho,> Aida Telegrafi,> Ashley Wilson,* Susan Brooks,* Christina Botti,*
Gordon Gowans,® Leigh Anne Autullo,® Vidya Krishnamurthy,® Marcia C. Willing,” Tomi L. Toler,”

( ) Bruria Ben-Zev,® Orly Elpeleg,” Yufeng Shen,'® Kyle Retterer, Kristin G. Monaghan,? p . P r0209 Le u
and Wendy K. Chung?*'%*

Via whole-exome sequencing, we identified six females from independent families with a common neurodevelopmental phenotype T 2 1 0
including developmental delay, intellectual disability, autism, hypotonia, and seizures, all with de novo predicted deleterious variants p . y r

in the nuclear localization signal of Nuclear Ril in H2, encoded by HNRNPHZ, a gene located on the X chro-

mosome. Many of the females also have seizures, psychiatric c i and i i i and growth problems as

well as common dysmorphic facial features. HNRNPs are a large group of ubiquitous proteins that associate with pre-mRNAs in eukary- A
otic cells to produce a multitude of alternatively spliced mRNA products during p and play an i role in i p /
gene expression. The failure to identify affected males, the severity of the neurodevelopmental phenotype in females, and the essential

( ) role of this gene suggests that male conceptuses with these variants may not be viable.
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fored and accessed by researchers:

How do | opt info
partidpating?’

Where is my

Where is my
information stored?

information collected? :

ol

Simons VIP Connect
Online Consent Form
+

Additional form for skin
somple collection

\/

@ the HNRNPH2
Family Meeting
OR

through o locol phiebotomy lab :
(for draws) coordinated :

by Simons VIP staff
il

@ Simons VIP's
biorepository

Located at Rulners University's
Repository -

Cell and D
(New Jersey usa)

oo Iy

This is the primory
biorepository for HNRNPH2
stored somples.

Qualified reseorchers can

de
stor org/resource) ot bos

Researcn at the

Family Meeting

)r_Jennifer Bain from Columbia University Medical Center (CUMC) and Simons VIP Connect are collaborating o collect samples and research data from families of
he upcoming family meeting. Any information your family opfs into providing may be accessed by researchers interested in learning more about HNRNPHZ genetic
hanges. As part of the meeting's research odivifies, the Simons VIP team will be offering blood draws/skin biopsies for eligible families and Dr. Bain will be
omplefing various clinical evaluations. Below is a breakdown of how you can consent fo being involved in research, where the doto may be colleded, and how it is

0

Columbia
University
Medical Center
Consent Form

@ CUMC

during routine clinical
care with Or. Bain

@ CUMC's
biorepository
(New York, USA)

r 4

Simons VIP Connect
Online Consent Form

Online via
Research Surveys

@ www.simonsvipconnect.org

@ the
Simons Foundation's
SFARI Base

SFARI
Qualified researchers can
freely access de-identified
daota by going to

sfari. ornlrummo/shn-bnsel

0 0

collum;i&
Univer:
Medical Center
Consent Form

@ the HNRNPHZ
Fumtty Meeting

th axaminations
Or. Bain

OR

Remotaly, via onfine or
mailed surveys

Oe-identified clinical data for individuals signing
will be shared between

the CUMC consent form

CUMC and the Simons Foundation

If you have any questions about consenting for sumple/data colletion or the research process,

please reach out to the Simons VIP Conned coordinators:

EMAIL: coordinator(@simonsvipconnedt.org

PHONE: 1-855-329-5638
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® Natasha Yamane

f ® Damiano Zanotto & Team
@






