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Hudson Freeze, Sanford-Burnham
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What’s it like!?
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How to improve!



Exhaustion.



It takes two.



science lessons.



pseudo science lessons.



“Homework™ for patients.
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Patient-initiated science



."'1'- ]
’

Williams IV



















-
O
Z






























Hunting down my son's killer

[article index] [email me] [@mattmight] [+mattmight] [rss]

I found my son's killer.

It took three years.

But we did it.

Not quite like this.
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Goo gle NGLY1

Web Maps Images Shopping Videos More - Search tools

About 12,000 results (0.43 seconds)

NGLY1 Gene - GeneCards | NGLY1 Protein | NGLY1 Antibody
www.genecards.org/cgi-bin/carddisp.pl?gene=NGLY1 -

Complete information for NGLY1 gene (protein-coding), N-glycanase 1, including:
function, proteins, disorders, pathways, orthologs, and expression.

NGLY1 - Wikipedia, the free encyclopedia

en.wikipedia.org/wiki/NGLY1 -~ Wikipedia ~
Peptide-N(4)-(N-acetyl-beta-glucosaminyl)asparagine amidase is an enzyme that in
humans is encoded by the NGLY1 gene.

NGLY1 N-glycanase 1 [Homo sapiens (human)]
www.ncbi.nim.nih.gov/gene/55768 - National Center for Biotec... -

5 days ago - This gene encodes an enzyme that catalyzes hydrolysis of an N(4)-(acetyl-
beta-D-glucosaminyl) asparagine residue to ...

OMIM Entry - * 610661 - N-GLYCANASE 1; NGLY1
www.omim.org/610661 - OMIM : Online Mendelian... ~

Jun 12, 2013 - (2000) identified several homologs of yeast Png1, including human
NGLY1. In yeast, Png1 was expressed in both the cytoplasm and nucleus.

Hunting down my son's killer - Matt Might
matt.might.net/articles/my-sons-killer/ ~

We discovered that my son inherited two different (thus-far-unique) mutations in the
same gene-the NGLY1 gene--which encodes the enzyme N-glycanase 1.
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About 12,000 results (0.43 seconds)

NGLY1 Gene - GeneCards | NGLY1 Protein | NGLY1 Antibody
www.genecards.org/cgi-bin/carddisp.pl?gene=NGLY1 -

Complete information for NGLY1 gene (protein-coding), N-glycanase 1, including:
function, proteins, disorders, pathways, orthologs, and expression.

NGLY1 - Wikipedia, the free encyclopedia

en.wikipedia.org/wiki/NGLY1 -~ Wikipedia ~
Peptide-N(4)-(N-acetyl-beta-glucosaminyl)asparagine amidase is an enzyme that in
humans is encoded by the NGLY1 gene.

NGLY1 N-glycanase 1 [Homo sapiens (human)]
www.ncbi.nim.nih.gov/gene/55768 - National Center for Biotec... -

5 days ago - This gene encodes an enzyme that catalyzes hydrolysis of an N(4)-(acetyl-
beta-D-glucosaminyl) asparagine residue to ...

OMIM Entry - * 610661 - N-GLYCANASE 1; NGLY1
www.omim.org/610661 - OMIM : Online Mendelian... ~

Jun 12, 2013 - (2000) identified several homologs of yeast Png1, including human
NGLY1. In yeast, Png1 was expressed in both the cytoplasm and nucleus.

Hunting down my son's killer - Matt Might
matt.might.net/articles/my-sons-killer/ ~

We discovered that my son inherited two different (thus-far-unique) mutations in the
same gene-the NGLY1 gene--which encodes the enzyme N-glycanase 1.
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HOME ABOUT RESEARCH PATIENTS TREATMENTS PRESS CONTACT

City, and the first available appointment +
MEDICAL DISPATCH fell on the same day as a mandatory faculty 8 %
retreat. That afternoon, when Matt was
ONE OF A K,IND able to check his phone, he saw that Cris- 3 - k z
tina had left several messages. “1 didn't lis-
ten to them,” he told me in an e-mail. “1 Search
What do you do if your child has a condition that is new to science? didnt have to. The number of
me this was really bad.”
( BY SETH MNOOKIN Bertrand had brain dam
least, that was the diagnosis u
att Might and Cristina Casanova  worry. Matt and Cristina described Ber-  MRI revealed that his brain
met in the spring of 2002,as twen-  trand to friends as being “jiggly”; his  fectly normal, After a new round of lab
ty-year-old undergraduates at the Geor-  body appeared always to be in motion, work was done, Bertrand's doctors con-

NGLY1 in The New Yorker!

Do you know a NGLY1 patient?

If you know a patient with NGLY1-deficiency, or
think you do, please contact us immediately.

You can reach us directly at info@ngly1.org F

Open science and social media were key in the discovery and growth of the NGLY1 rare

disease community. Article by Seth Mnookin.
NGLY1 Symptoms

Global Developmental Delays

Dr. David Goldstein to direct Institute for Genomic Medicine at
Columbia University Movement Disorder

"1 B istina on Saturdav. Octobe 014 o Columbia . new N No commen o



For patients, functional studies beat case-finding!






Source: Hudson Freeze
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Replicable?






HOME ABOUT MILO

MEDICAL BLOG PHOTOS CONTACT

M0 eSO R N e TG

Reaching out

This page is for parents,
doctors, or researchers
who may know of other
children like our son,
Milo. If you know of a
similar case, please get
in touch with us. The
more cases we have,
the more opportunities
we will have to improve
our understanding of
his condition and
facilitate research that
can help him and
others.

Find out more

¢ What this site is for
e Case study:

Finding others like our Milo

Currently, at age 3, Milo’s primary challenges are global developmental
delay and significant hypotonia. He has had surgical repairs for a
minor cleft in his soft palate, for ptosis, for C1 stenosis, for a tethered




De novo gain of function in Gene X
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What do patients need?



“next step”
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WIKIPEDIA
The Free Encyclopedia

Main page
Contents

Featured content
Current events
Random article
Donate to Wikipedia
Wikimedia Shop

Interaction
Help
About Wikipedia
Community portal
Recent changes
Contact page

Tools
What links here
Related changes
Upload file
Special pages
Permanent link
Page information
Wikidata item
Cite this page

Print/export
Create a book
Download as PDF
Printable version

Languages
& Edit links

NGLY1

From Wikipedia, the free encyclopedia

Peptide-N(4)-(N-acetyl-beta-glucosaminyl)asparagine amidase is an
enzyme that in humans is encoded by the NGLY1 gene.!!

Contents [hide]

1 Function

2 Clinical significance
3 References

4 Further reading

Function (ediy

This gene encodes an enzyme that catalyzes hydrolysis of an N(4)-(acetyl-
beta-D-glucosaminyl) asparagine residue to N-acetyl-beta-D-
glucosaminylamine and a peptide containing an aspartate residue. The
encoded enzyme may play a role in the proteasome-mediated degradation of
misfolded glycoproteins.[]

Clinical significance (edi

In 2012, by means of exome sequencing it was determined that a genetic
mutation of the NGLY'1 gene, resulting in inability to synthesise this enzyme, is
the cause of an extremely rare congenital disorder of glycosylation variant.[]

In 2014, a study of eight recently discovered patients with mutations in the
NGLY1 gene established a phenotype for NGLY1 deficiency.l®] NGLY1
deficiency is characterized by global developmental delay (often severe),
neurological impairment, movement disorder and hypotonia. Almost all patients

have difficulty producing tears and present abnormally on EEGs.

The site ngly1.org & serves as a hub for N-Glycanase deficient patients. The
Grace Wilsey Foundation (gracewilsey.org) & has been established to raise
awareness and support research.

N-glycanase 1

PDB rendering based on 2ccq.

Available structures
PDB Ortholog search: PDBe &, RCSB &

List of PDB id codes [show]

Identifiers
Symbols NGLY1 ; CDG1V; PNG1; PNGase
External OMIM: 610661 MGI: 1913276

IDs HomoloGene: 10117 GeneCards: NGLY1 Gene
EC 3.5.1.52
number
Gene ontology [show]
RNA expression pattern
220742_s_at
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How to create a web site



What information to share



All variants



HPO



PPO



Parent Phenotyping Ontology
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Google

why does my child have no tears?

Google Search I'm Feeling Lucky
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Alerts

Monitor the web for interesting new content




Google Adwords

Overview Benefits How it works Get started

Costs Testimonials

Get your ad on
Google today

Be seen by customers at the very moment that
they're searching on Google for the things you offer.
And only pay when they click to visit your website or
call.

Goc >gle

Free phone support: 1-800-877-2981 *

Already a Google AdWords customer? Sign in

coffee shop in new york|

Web Images Videos Shopping News More ~

Freshly Brewed Coffee

I."] cafe.example-business.com
Always perfectly brewed coffee. The perfect way to start your day.

Start your morning with Only Fresh Coffee
www.onlyfreshcoffee.com/ ~
Only Fresh Coffee has been family-owned and operated since 1986.

serving the freshest coffee, brewed from beans we roast ourselves.
neighborhood store and enjoy a cup today.

Local Fresh Coffee




Thank you!

matt.might .net



