Phenotate

General Quick Guide

phenotate.org

If you have questions or require assistance, please email support (at) phenotate (dot) org

Sign up at app.phenotate.org Select a disease to annotate or enter another disease.
(no need to enter invite/join code).
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INCLUSIONS, GRN-RELATED To rank in the leaderboard, please
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Or, enter some other disease here
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Click “Start from scratch”; the prefill option is available
for some diseases if you have enough PhenoCash.

Add phenotypes (symptoms) using the left
side of the bottom bar.
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Ready to annotate?
noCash
This annotation describes one particular patient (e.g. your friend, relative, or yourself).
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Updated every minute Add a phenotype using the bottom bar. Add a reference using the bottom bar.
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You don't have to cite every phenotype,

130pts +1(®  #602433 AMYOTROPHIC LATERAL SCLEROSIS 4, JUVENILE but we suggest that you do.

90pts+1(X  #154700 MARFAN SYNDROME: MFS

+ Must be alphanumeric
60pts+ 10 #229300 FRIEDREICH ATAXIA 1; FRDA

+ 3106 characters long

40pts+1(8  #254210 MYASTHENIC SYNDROME, CONGENITAL, 6, + No spaces or symbols
PRESYNAPTIC; CMS6 except underscores

Microcephaly @
Congenital microcephaly &
Hypoplasia of the femoral head &

Nickname Aplasia/Hypoplasia involving the femoral head and neck @

Or, enter some other disease here

T [ o |
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right side of the bottom bar. enter the title into Google or PubMed, then selept the
PubMed result. Copy and paste the PubMed ID into the
right side of Phenotate’s bottom bar.

° Add references from the literature using the Can't find the article you are looking for? We suggest you
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Drag reference titles onto phenotypes (Safari
users, please use the < button).
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Why should | annotate diseases on Phenotate?

- Participate in our promotional giveaways (subject to availability)

+ Earn in-app points and rank up on the leaderboard

Earn in-app currency (“PhenoCash”) to spend on time-saving perks, such as pre-filled annotations
Test your knowledge of rare diseases and see how well you can annotate them

+ Learn more about genetic diseases and contribute to computational biomed research



