MyGene?2 Guide

MyGene?2 is a great tool to help you search for and contact other families with individuals who have some
of the same characteristics, or mutations in the same gene. By sharing information, you may be able to
find others in a similar situation and can gain and offer support. Clinicians and researchers are also able to
look at these databases for clues on how to better help their patients.

Before beginning, you will need a copy of the lab report that you received either from your doctor or from
the lab. MyGene2 will require you to enter the genetic information from this lab report. MyGene2 will
also need a short description of the symptoms or signs of the condition you are reporting. This example
will use Anna’s information from “Example Case Story” provided on our website

When you are ready to begin, go to: https://www.mygene2.org/MyGene2/

Home

- Genetic Clinicians & News &
Genes Families About
Counselors Researchers vents

M Click “Create
y Account” to begin

Search by gene (e.g., KOM1A), Family ID, or clinical finding v

Enter in your first and last name, and from the drop down menu, select the appropriate relationship to
the person with the rare condition.

Account Holder (the person entering data)

None of this information will be shared publicly. Once you create an account, you will choo hat
information to share through your public profile.
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Once you have established your relationship to the person with the rare disease, you need to add this
additional information.

Email: | raredisease 1234@gmail.com|
Confirm email address: raredisease 1234@gmail.com
Username: AnnaSmith

Password: scsscssce

Verify password: escccssee

Country: United States

Address line 1: 1 Liberty Street

Address line 2: (optional) Address line 2

City: Little Ferry

State [/ Province: New Jersey

Zip: 07001

Once you have read and agreed to the “Disclaimer and Conditions” you are ready to create your account!

Finalize account creation

Disclaimer and conditions: Please read and agree to the
Disclaimer and Conditions

Subscribe to the MyGene2 D]
newsletter:

Spam protection: Click to prove

you are not a robot: \/ AT




On the homepage “Search by gene” allows you to see if the gene in your report has already been entered
into the database by someone else. This can be helpful in finding other families with a similar condition.
There are times when people with different changes in the same gene result in very different conditions.
It is important to look at the clinical characteristics of the affected person to see if what they have
described is similar to what you or your loved on has experienced. If the gene is new to MyGene2, no
dropdown menu will appear and you will be the first to enter in this information.
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Click on “My Dashboard” at the top of the screen to begin creating your profile which will include genetic
information and the description of the condition. MyGene2 refers to individual profiles as “Cases”.
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Before you can begin looking at MyGene2’s database, you will need to create your own “Case”. Whether
the information is about you, or a family member, once the “Case” has been created, you will have access
to all the other Cases that have been placed on the website.

Clinician / Researcher dashboard

Click here to
create individual ATKM
profile

Lblacse create a case to gain full access as a MyGene2 contributor.

Create new case MatchMaker
Exchange
Dashboard




Begin by entering in general information. The “Case identifier” is similar to a username that one might
create for any social media page. However this cannot include anyone’s first or last name. An example
that could be used in Anna’s case is “ATKMchild.”

“HIPAA" stands for Health Insurance Portability and Accountability Act. "HIPAA information" is personal
information that can be used to identify you. MyGene2 requests you do not use HIPAA information for
your “Case identifier” for privacy reasons. If you are matched with another individual, your “Case
identifier” will be the only information shared with them in the initial contact.

General information not visible to the public

Case identifier: Case identifier, please do not use HIPAA information
Date of birth i )
(optional): yyyy-mm-dd
Date of death: I
(optional) yyyy-mm-dd
Ancesiry: Unknown .

Now you will enter the genetic information about your gene into the “Candidate gene(s)” section. This
will require your genetic test results from the lab or your provider. MyGene2 gives examples of the
format of the information that is needed. This format should match the one on your lab report. This part
can be really tricky but try your best! If your doctor is willing to help, he or she may be a great resource. If
you are unsure about some information, leaving the box empty is okay as well. However, the more
information you can provide, the more accurately the database will be able to match you with others.

Candidate gene(s) Atleast one gene must be

saved
Add another gene ‘
I Check box to enter free text for chromosomal abnormalities, structural/copy number variants, and other I
genetic findings
Name of gene: | | name of gene \ This information is
Check box to submit gene name only Optlonal' It may be on
Submission of only a gene ncme will produce more false matches. Please consider submitihg transcript and veriant information yOU r gen et' (o test
now or lcter. .
result but is more
Transcript: e.a. NM XXXXX.X geared towards
. genetic professionals.
cDNA: e.g., C.1280G>A
Protein variant: e.g., p.[Arg1603Ala) isi i
: - ‘ This information can
, s be found on your
Chromosome: e.g., chr4 (auto-filled if match found) .
genetic test result.
Position: e.g., 175000 (auto-filed if match found)
Ref Allele: e.g.. AGGT (auto-filled if match found)
Alt Allele: e.g.. AGGT (auto-filled if match found)




As you scroll down, more information is requested about your genetic test results. “Inheritance model”
should also be included. For most N-of-1 cases, this genetic change will often be “de novo” meaning it

was new in the affected individual, and not inherited from either parent. If you need more clarification on

these terms, you can find descriptions in “Glossary” on the DNA Unicorn website.

Inheritance
model
(optional):

Confidence in
pothogenncnfé:

Comments:

de novo _

autosomal recessive (homozygous) ["AR homozygous"]

autosomal recessive (compound heterozygous) ["AR compound heterozygous”]
autosomal dominant ["AD"]

X-linked dominant [“XLD"]

X-linked recessive ["XLR"]

mitochondrial

Y-linked

unknown [ other

v Please select one... '

)

“Confidence in pathogenicity” is something that is determined by the lab. “Pathogenicity” means disease-
causing. For many N-of-1 cases, the lab result may say “Variant of Uncertain Significance” meaning this

specific genetic change has not been observed in enough individuals for scientists to fully understand
whether or not it is causing the condition. As more is understood about a specific genetic change, this
“Confidence in pathogenicity” can change to benign or pathogenic. “Benign” means the genetic change
does not cause disease and “Pathogenic” means that it does.

Inheritance
model
(optional):

Confidence in
pcfhogenicifé:

Comments:

Please select one... -
Benign
Likely benign K

Suspected pathogenic
Likely pathogenic
Pathogenic

¥ Uncertain significanceh )

There is a spot where you are asked to input the name of the condition. Belonging to the N-of-1
community also means the condition you are describing most likely does not have a “name”. If at some
point there is a name for the condition, you can always come back to change the title.

Health information some

health information required

NG”.“? of Name of condition
condition:
(optional)

OMIM#:  N/A

(optional)

L/



Next you will add descriptions of the condition in the left box. MyGene2 will do it’s best to match what
you put in with appropriate scientific terms. This process helps them standardize the language to better
match individuals within the database. The terms highlighted in blue could be matched. Double-check the
column on the right to be certain these terms match your description. Google and our “HPO How-To
Guide” may be helpful to complete this step. If you feel the term MyGene2 suggests is not a good match,
click on the little “X” to remove it. A description of Anna’s symptoms can be seen below.

Description Phenotype profile
bilateral pre-axial Polydactyly (HP:0010442

delay
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with weak enamel

Now you can enter a brief narrative about your, or your family member’s condition. What affects day-to-
day activities the most? What are some unique symptoms that someone else may be able to relate to?

Narrative information

Narrative (optional) /

Our 5-year-old girl was born with multiple problems
including a heart defect (T-GA), and bilateral pre-axial
polydactyly. After birth, she was found to have
craniosynostosis, hypotonia, hearing loss, and
hyperpigmented horseshoe shaped patches on her
lower abdomen. As she has continued to grow, she has
global developmental delays and small teeth with weak
enamel. She is a happy little girl, but she requires a lot of
additional day-to-day help|

~

For “Case classification” the first question asks about a gene classification system used by doctors and
researchers. If you are aware of a MIM# you should enter it in. The second question asks whether or not
the gene identified through testing has been described as a “causal or candidate gene” This means a
single gene that may be responsible for the condition.

Case classification (required)

Question Yes No

Does this family have a known Mendelian phenotype (i.e., ha

Has testing identified a 'causal' or candidate gene(s) in this
family?




You have now completed your first MyGene2 case profile! As you continue to scroll down there may be
some “Notices and Information” Please read through these. Once you feel ready, at the bottom of the
page you can now “Save and go back to dashboard”

[ —-—

Go to dashboard
without saving

Save and go to

e Add another case

Anything you have entered can be changed in the future under “My Dashboard”
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MyGene2 also provides additional resources for families, genetic counselors, clinicians, and researchers.
The “Families” tab is a great place to learn more about other families using this database.
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There is also a “Learning Center for Families.” This will bring you to user-friendly resources that may help
you educate yourself about genetics and find out more about the healthcare providers who have

accompanied you on your journey.

/

Learning Center for Families
Infroduction to Genetfics
Consumer Friendly Genetics Information
Genetics Glossary

Information about Genetic Counselors

Spotlight Family: ID 122

Variation on MED12 that causes Opitz-Kaveggia
Syndrome(FG Syndrome). It is a X-linked Syndrome.

View profile

MyGene?2 partners

Select to view members




