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Personalised=Precission




Not Precise
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According to the National
Institutes of Health (NIH),
precision medicine is "an
emerging approach for
disease treatment and
prevention that takes (nto
account individual variability
(n genes, environment, and
lifestyle for each person”

Medical treatment



Sergio
8 years old
Dravet Syndrome

A real example of lack
of precision




Crisis y duracion
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Individual variability in genes
Environment

Lifestyle

Medical treatment
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Hi.

Your DNA can tell you a lot about v

¢

Welcome

to you

h Jessica v B 6

DOWNLOAD

HOME MY RESULTS FAMILY & FRIENDS RESEARCH & COMMUNITY

BROWSE RAW DATA

This is an advanced view of all the uninterpreted SNP data from your chip. The data from 23andMe's Browse Data feature is for
research and informational use only. This data has undergone chip-wide quality review, and a subset of SNPs#¥fave been individually
validated for accuracy. However, the majority of SNPs have not undergone this rigorous individual validation, and any SNP result
obtained from this raw data should be independently verified.

Most of the DNA inside each of your body's cells is divided into pieces called chromosomes. The remaining DNA is found in tiny loops

$99

 Ancestry
Service

Experience your ancestry in a new
way! Get a breakdown of your global

ancestry by percentages, connect

inside your cells' mitochondria. Click below on any chromosome or the mitochondrial loop to see the genes and SNPs it contains. Learn

more about how to use this feature.
RECOMMENDED

$199

Health +
Ancestry Service

Note: The chromosome display is the same for all customers, regardless of sex. Females will see "no call" results for SNPs on their Y
chromosome.

Get an even more comprehensive

Jump to a gene: Go | a SNP: Go

understanding of your genetics,
Receive 654+ online reports on your

2| S50 6/

30 40
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with DA relatives and more, ancestry, traits and health - and more. )
Jedede e 249M Bases 7% 243M Bases 198M Bases 191M Bases 1B0M Bases 171M Bases
3492 Genes 2359 Genes 1917 Genes 1443 Genes 1629 Genes 2041 Genes
Interpretome <
Qoo
Start Lookup Explore Clinical Ancestry #bog13 bingo
Explore your genome
* Load your genome file (upper-right comer) and choose some of the analyses above. Currently, only raw data files from 23andme and Lumigeni ipped) are supy d

* Sample genotype files (and a description of the individuals) can be found here.
- A detailed description of the websile design and some of the moedules can be found in our PSB paper as well a5 in blog posts here and here.

Interpretome is intended for educarrona.‘ and research purposes only.

Nair 1 should be consk and as with any genelic testing service, the interpretation is nol regulated by the FDA, We assume no responsibility for any injury or damage lo persons or property arising out of
or related fo any use of interpretome annotatlons or for any ITOrS or omissions: consult your physician with any medical concems. We retain copyright to the materials herein. By using this website, you agree that you accept
these terms and are aware of the risks and fits of genome ion. For more information, please read the full Terms and Conditions.

How are my data kept private?

Your genome will not be sent to any server, it remains on your computer. This website will make requests to a database that only contain "rsid” (without genotypes) and "population” (sell-reported in the top-right) information. At
no point will any genotypes be sent across the wires (all computation will be done in the browser). Some exercises may have an option to submit personal information, including genotypes or results of analyses, which will be
anonymaously stored on a secure server.
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Introduction

Magic Leap
Nano-Architecture
Car-to-Car Communication
Project Loon

Liquid Biopsy

Megascale Desalination

I Breakthrough Why It Matters Key Players Apple Pay
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Environment and lifestyle

(.« Sleep

LAST NIGHT AWAKE RESTLESS

6 hrs 9 min 4 min (3x) 3 O min (17x)

2pm 2 4 6 & 10 12am 2 B 6 & 10 12pm

PAST 7 DAYS

2pm 2 4 6 & 10 12am 2 B 6 & 10 12pm

== SLEEFP == RESTLESS m— AWWAKE

55
S0
M
ar V\H"
07 Feb Today

40 oo

resting heart rate

a Weight / kg

87.0u 17.7%w  wzs

PAST MONTH WEIGH LEAN VS FAT EMI

292

= WEIGHT GOAL 84 9KG




"Healthcare is not a
science problem, it's
an information
problem”

Thomas Goetz




"Healthcare is a science and
information problem”







Learning from mistakes




Feedback loop




B Suites with beds, as
Airbus A350 shown above, of private

The A3S0 will be a true colossus, with madels launge suites, below,
seating 555 people teuld be optiors for
The A380 will be the world's first pasiegers once w:
airliner with passenger cabins on two full cruising altiude

decks, Airbus argues that explosive growth in
air traffic will fuel a healthy demand for
super-jumbo jets, Boeing disaqrees,

and predicts the A380 will turn into a
while elephant

Three oplions for sitbaes
buying the AS0 a0
oLl space, & hair silen,
above, and a bar, below.

Seals vi. salons

ges,C %In0s, restaurants — Alrbus is

61 fe, 100n, Azso

44 e

Apaciy,
wi.opt for
$eals of S0lons?
Itingth ..
i, §in
Wing g i
e 747-8000R
2511t 101,
Upper
i)
i Cross section for
Main r h the X380 series
deck N =
Wing Cargo area Wing -

Passenger spaca

— combining bar, i Privale
private office spates. 1 ammices
and lavatory H

Cargo arva Cargo area

feont Stairs Lavatory -~

Seating MiDd
The AIED could have 10-abreast seating in coach and Gabreast in first and business sectians,
depending on adrlines’ preference

110 years

A
<«

v






P-4 medicine
predictive, preventive, personalized and
participatory

MEDICINE

Institute
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Juwacean = ®@ © o
beta
Menu
{2} Dashboard i
ashiboar Add seizure previous year 4 Se ptember 2016 » next year
[ Basic Data
Sun Mon Tue Wed Thu Fri Sat
= Clinic History 1 2 3
Seizures Atypical Absence
v 4 5 6 7 8 9 10
Drugs Clonic 12:20p Complex 4:30p Complex
Focal 35% Focal 35%
) & 1]
Hospitalizations Complex Focal
11 12 13 14 15 16 17
Reports Infantile Spasms
] 18 19 20 21 22 23 24
Focal18%
B% Calendar Myoclonic Cluster & juj
25 26 27 28 29 30
" Secondarily Generalized
! Genotype
Simple Focal
Jl scales 3 seizures in September 2016
D Benchmark




Jwacean

beta
Menu
Phenotype
Y Dashboard
7 .
[ Basic Data & Checkboxs Y Manual input
& Clinic History
List of symptoms @
B Phenotype
fh calendar HP:0001250: Seizures HP:0002069 : Generalized tonic-clonic seizures HP:0002133 : Status epilepticus HP:0002353 : EEG abnormality
HP:0002373: Febrile seizures HP:0002384 : Focal seizures with impairment of consciousness or awareness HP:0006813 : Hemiclonic seizures
@ Genotype HP:0007270: Atypical absence seizures HP:0010818 : Generalized tonic seizures HP:0010841 : Multifocal epileptiform discharges
HP:0010845 : EEG with generalized slow activity HP:0010848 : EEG with spike-wave complexes (2.5-3.5 Hz) HP:0011185 : EEG with focal epileptiform discharges
& Documents HP:0011188: Focal EEG discharges with secondary generalization HP:0012001 : EEG with generalized polyspikes HP:0001249 : Intellectual disability
HP:0001251 : Ataxia HP:0001252 : Muscular hypotonia HP:0001270 : Motor delay HP:0001324 : Muscle weakness
il Scales HP:0002167 : Neurological speech impairment HP:0002357 : Dysphasia HP:0002381 : Aphasia HP:0002459 : Dysautonomia

B HP:0005968 : Temperature instability HP:0007328 : Impaired pain sensation HP:0010829 : Impaired temperature sensation

O Benchmark
HP:0000750 : Delayed speech and language development HP:0000759 : Abnormality of the peripheral nervous system HP:0000708 : Behavioral abnormality
HP:0000717 : Autism HP:0000733 : Stereotypic behavior HP:0000736 : Short attention span HP:0000752 : Hyperactivity

HP:0100543 : Cognitive impairment

Save phenotype




Genotype

Dashboard Variants Report
Details Quality Contro
Ti/Tv Genomic +
Name Sergio Isla Miranda L NEW!
Analysis annotation i
Y ' Coverage Report
Genome Build hgi9
Format vef r i Learn More
Gender Male (confirmed) Ti/Tv Exonic v

1
Ancestry European 2.?9
View Coverage —

Median Coverage
1
30
T

% SNP with OUAL >=40 +

Genotype English ~

Dashboard Variants Report

Variants  Genes

Chromosome Start Coordinate Gene Functional Consequence Protein Change Grantham Score
35,892 12,763
v 2 877831 SCN1A missense p.Argl0lTrp 160
Exome 1 881627 NOC2L silent p.L615L 0
2 o]
2,50 S5 1 833899 NOC2L missense p.N510H 63
1 888639 NOC2L missense p.E306E 0
1 888659 NOC2L missense p.1300V 29
| 897325 KLHL17 silent p.A203A 0

1 909419 PLEKHN1  silent p.D547D 0
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Seizures by time of day

Options |Last Month V|
2.5
My data
M Average per patient
2.0
15
1.0
0.5
0.0
12a-2a 2a-4a 4a-6a 6a-8a 8a-10a 10a- 12p- 2p-4p 4p-6p 6p-8p 8p- 10p-
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Thank you

Julian.isla@dravetfoundation.eu

W @julianig
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