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(d) =2 Supporting (PP1-PP5) Computational
and predictive
(i) =2 Strong (PS1-PS4) OR data
(iii) 1 Strong (PS1-PS4) AND " o change ha
(a)=3 Moderate (PM1-PM6) OR & o : PVSs
(b)2 Moderate (PM1-PM6) AND =2 e
Supporting (PP1-PP5) OR
(c)1 Moderate (PM1-PM6) AND =4
supporting (PP1-PP5)
Likely pathogenic (i) 1Verystrong (PVS1) AND 1 moderate (PM1- Ponctions)
PM6) OR
(i) 1Strong (PS1-PS4) AND 1-2 moderate
(PM1-PM6) OR
Nons
(iii) 1 Strong (PS1-PS4) AND =2 supporting Sogregation wih ¢ "
(PP1-PP5) OR asta incieased Seprepetion deta 5
(iv) =23 Moderate (PM1-PM6) OR
De nove ey and
(v) 2 Moderate (PM1-PM6) AND =2 supporting data femed
(PP1-PP5) OR
(vi) 1 Moderate (PM1-PM6&) AND =4 supporting Alfefic data Obse rans
(PP1-PPS) o :
Benign (i) 1 Stand-alone (BA1) OR
(i) =2 Strong (BS1-854) — . ‘
Likely benign (i) 1 Strong (BS1-BS4)and 1 supporting (BP1- database P |
BP7) OR
(ii) 22 Supporting (BP1-BP7) ok ‘
Uncertain (i) Other criteria shown above are not met OR ™
Hgniiicanae (ii) the criteria for benign and pathogenic are Hj ") Richards et al. 2015 16
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® LITFITTRT KOG HARENEFLE
« Gene-level ! FEDNEBILFEXNREED . TNLICEITHIERZEBRDNREZF TS

* Genome-Wide Modeling: &%/ LICEAEEDHEE-EFXFNEEEZFRATHI(/oa—Ta0 7 Bl /obOY RBERESD)

XM FE FE2DMIZ, EERMFEZDBFEEIToTLVS (1§ : CRISPER/Cas9D;EMA)

ZENLOTHEETATIFEDRSR

[f511]
- TEMEEORERIZH-D

[512]
o ZFTEMNARINBICRKIZITHELTFH|

ZEDOTHA

o BRAI. &, EEDT—AFEHAEDHOETTE
BIHEEE S 85 (SIFT, PolyPhen-2, OANTHER,
POSE, %)

o ZFETF—A(L. CFTR2. 1000G, ClinVarEM 55

s HERMNSTIFA—TvITLTIVE600 A<ERRELTRIRE D

T—AR—REEBE. TNEFERFKIER
AUNGENHRBEFDEZICEELAH SN (R -RE) RUE
E-ERZEBRTEDFEEZE 5 $H (Severe/Mild/Other)

120

Sweat.Chloride

160-

0= GF Unbkely

CF likely

CF possible

mild/other severe/mild other/other severe/other severe/severe
Group

mild/mild

H82) https://www.clinicalgenome.org/site/assets/files/1991/
nsgc_207_plenary_faucett_ormond_clingen_thurs_plenary_for_posting.pdf

Mutation classes:

_____________ R et Ea
H .

Severe: located in the
inner parts of the protein;
Mild: located in the outer
part of the protein;

Other all non-missense
mutations.
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MEDICAL SURVEYS TESTING RESULTS HEALTHCARE PROVIDERS
® @ add ® Q add ®

@ Heaith Protile

GenomeConnect Survey

ACCOUNT INFORMATION

GenomeConnect
The ClinGen Patient Portal

[ update

Phenotype captured
through surveys
completed and
attached here

GenomeConnect — Partnering with YOU te advance genamic beatty
Fergot username / password? orking to build the knowledge base

Creste sccount

GenomeCannect is 3 patient portal, cr registry, that is w about genetics
rs and doctces to study the impact of gene ic varisticn on health
10 the development of new treatments and therapies.

conditions. This knowle

Genetic Test Result (1) Doctor ame | Famiy Medicne [

FAMILY MEMBERS
INVITATIONS
@ add ® .
@) invite Others
Add your dependents and manage their

accounts Invite friends or extended family

members 10 join.

_ Additional information

added when pertinent
Genotype captured through P

test reports uploaded here

Registries like GencmeConnect make medical discoveries passible by brining toeether informatica from 3
large number of patients. YOLR participation in GencmeGoanect will help bring the future of gencmic

AEGit G aC iR e medicine cne step closer!

Click here to start the process of registering for GenameCannect. You will have another opportunity to
decide whether to participate and will not be fully enrclled in GenomeCeanect until you have:

Patients are the experts sbout their

Participant registers for

Hi B8) https://www.clinicalgenome.org/site/assets/files/2296/acmg_2015_poster_3_16_15.pdf

SMEDERERNE

portal account at GenomeConnect.org

-

R—A LY A (GennomeConnect.org) TD T H I MERL
T4V TORE

oS54 THO— R BEFRDOA D
BEFREERO7yIO—R(FyF7O—Rani=mi.
GenomeConnectD ARV IIZ L HHEREZIT5)

Upload:

registry staff)

2

R
U

Completes online consent process (plus assent if 10-17)

Completes initial general health survey

s copy of genetic test report (report curated by

EHNGEEENE
3)TAATDIEMAS
THIUNMEROEH

L

Is offered additional functions

« Completes additional surveys based on initial survey responses
wmammlmmmnalmnmdm
= d to contact from ather

thDSIECHRENLDIAVEI D Z AT

H #8) https://www.clinicalgenome.org/site/assets/files/
2296/genomeconnect_ashg_poster_2014.pdf
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