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What is a Cohort?

Sample of people

Who share some characteristic (e.g. a place) and
time frame

Cohort study

— Longitudinal

— Measure/monitor/estimate some things
— Assess outcomes (usually in the future)

Does not have to be a representative sample, but
clear eligibility criteria allow making generalizable
inferences.
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Building A National Cohort

Enhanced Opportunities  Technical Challenges
* Participatory

* Harmonization

* Enhanced phenotyping * Big Data Challenges
e Platform for clinical trials * Storage
* Analytics

* Pilot for national health/EMRs
* Enhanced community resources
* Virtuous cycle of health care and research Usert | | userz
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* Connectivity
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The CHARGE Data Commons




Clinical and Biologic Continuum of Simple/Complex and Rare/Common
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Clinical and Biologic Continuum of Simple/Complex and Rare/Common

Low frequency/High impact
Not related to sporadic cases
in a simple way

ou | Few Actionable Alleles
Missing ‘Heritability’

2011 1st quarter

L

"y

..
e A
Py

Lo = !
- N 3
z %y N
Small Moderate Large : vy 5 %Q 2
effect effect effect . - = : =3
| T ~ b " &
Ancient Low Recant Now 4 Nesss el s
Commen Frequency Rare De novo _
Jim Lupski Richard Gibbs  Eric Boerwinkle

I
,ﬁ«-yg{;m; 7

Ehe

wn
s , K S >
< » 5748 contrals (ARIC cohort) - . - oS
= 40 individuals with neuropathy ‘ .
o
g - ® Unaffected ® Mild Moderate
HSevere M \Very Severe
™ Control mfn2 MO B3 - —_
g T 80%
. v " . v - . 60%
s : i . 0%
5 g <K\ B =
“5 = 5 0%
@© * A \ Controls  mfn2 gdap1 mfn2 gdap1 mfn2
T o % - MO(1.0ng) (8ng) MO(0.5ng) MO(3ng) MO(0.5ng)
E - 4 v + gdap1
8 oS mfn2 MO + gdap1 MO b
& 100% I S e -
o 8% .
e | g : 60%
(=] . N 20%
4 £ =
0 e g 0%
C). * Controls mfn2 med25 mfn2 med25 mfn2
< MO(1.0ng) (6ng) MO(0.5ng) (3ng) MO(0.5ng)
+med25
J AAA2na
g .
o
0 1 2 3 4 5 6 7 / W

Number of rare, non-synonymous mutations



http://duke.academia.edu/ClaudiaGonzagaJauregui

Building a National Cohort

L]
—
="
o
=
QO
]
[0’]
=
5
[

Virtuous Cycle of
A National Cohort Health Care and Research



