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Chromosome 4

Bates et al, Nature Reviews Disease Primers 2015




Huntingtin

Bates et al, Nature Reviews Disease Primers 2015 Wikipedia



Red: Huntingtin

Sadou & Humbert 2016 Neuron 89:910



Healthcare Provider Area Login}

Predictive Testing
HUNTINGTON DISEASE Search: D

1. WHAT IS HD?

3 . RESOURCES

HD Resources

P There are many
~ other online websites
and resources which
6 provide information
s 14 regarding HD in
general, support
groups in your area, research
updates and opportunities to be
involved in clinical trials.

Find out more »

Our Stories

We understand that

What is Predictive Testing?

involved 'n testing and in dealing with the test results. family has HD can

!_‘ leaming that
This section is intended to help the individual considering testing for HD reflect on some of the issues | _g_h someone in your
[ a’

be devasiating. It
Family, friends and professional support people may also find this material useful in supporting those can leave you with
considering testing. questions, concerns, and no idea
wkere to turn next. Find about more
In 1983, genetic markers closely linked to the Huntington disease (HD) gene were identified. This discovery, about what others have done in your

together with the identification cf additional genetic markers. led to the development of predictive testing situation — you are not alone.

predictivetestingforhd.com/testing-for-hd/
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UNDERSTAND YOUR GENOME®







No pathogenic or likely pathogenic variants were found in the 1,691 genes evaluated that are expected to
be clinically significant for the patient. However, this screen only detects single nucleotide substitutions
and insertions and deletions of up to seven base pairs. Other types of genetic variants, including but not
limited to larger insertions or deletions, copy number variants and trinucleotide repeats are not reported
in this screening test. Further, the coverage of each gene is less than 100%. Therefore, clinically
significant variants could exist in this genome that are not detected with this test. The coverage for each
gene is provided in the Gene-Disease appendix.
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and insertions and deletions of up to seven base pairs. Other types of genetic variants, including but not
limited to larger insertions or deletions, copy number variants and trinucleotide repeats are not reported
in this screening test. Further, the coverage of each gene is less than 100%. Therefore, clinically
significant variants could exist in this genome that are not detected with this test. The coverage for each
gene is provided in the Gene-Disease appendix.




Findings Regarding Carrier Status

> - : iy Mode of :
Variant Interpretation| Associated Condition A IO, Zygosity
MEFV c.2177T7>C S———— Familial Mediterranean |Autosomal LY s e sy
(p.Val726Ala) WSS, Fever Recessive Y9
MBL2 c.154C>T Likely Mannose-Binding Autosomal TI R p——
(p.Arg52Cys) Pathogenic Protein Deficiency Recessive Y8




Chromosome 1 ©)(i)

IECTT ¢ ¥ 2om

M 40M 60M BOM 100M 120M T40M 160M 180M 200M 220M
I 1 I | | | I | ' |

REFERENCE GENOME |EXRURITIGI

SEQUENCED GENOME |[REXEINNTHIS

ol ol

understandyourgenome.com




Your odds of developing male pattern baldness are increased if you are
Caucasian.
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You are less likely to have flush reaction if you drink alcohol.
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’ You are likely to perceive bitter tastes.

understandyourgenome.com
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Konrad Karczewski, Broad Institute
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Chinese individual

S

0.53
million

— __million\

1.4 0.58
\ million

0.44
miIIior\

2.08
million

Nigerian individual

Analysis courtesy of Sushant Kumar, Yale University




Arylamine N-acetyltransferase 2 (2PFR_A: gene = NAT2)

o @
[ | [ l | | |
0 50 100 150 200 250 300
Residue 1D
114: 1->T

Wild-type Mutated (superimposed)
Analysis courtesy of Declan Clarke, Yale University 3






My variant: rs11209026
Gene: [L23R

All Torkamani,
Scripps Translational
Science Institute




Bob Handsaker,
Broad Institute

Boettger et al Nature Genetics 2016 48:359-366



1 | | Haptoglobin

Boettger et al Nature Genetics 2016 48:359-366
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Boettger et al Nature Genetics 2016 48:359-366
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1 | | Haptoglobin

Boettger et al Nature Genetics 2016 48:359-366



g m onereneEEe

1 | | Haptoglobin

—— A1l I 1 |

Boettger et al Nature Genetics 2016 48:359-366



L ower cholesterol
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Boettger et al Nature Genetics 2016 48:359-366
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Boettger et al Nature Genetics 2016 48:359-366
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Higher cholesterol

Boettger et al Nature Genetics 2016 48:359-366
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Past

Present

Neanderthal Denisovan

Wolf, Aaron B., and Joshua M. Akey. "Outstanding questions in the study of archaic hominin admixture."
PLoS genetics 14.5 (2018): e1007349.



Vertical lines=Neanderthal segments
Circles=centromeres

Analysis courtesy of Joshua Akey
& Selina Vattathil, Princeton




chrom

gene
MIR7846 chrl
MIR4632 chrl
TNFRSF18 clul
TNFRSF8 chrl
LRRC38 chrl
Cluif64 chrl
HSPB7 chrl
ZBTE17 chrl
CLCNKA chrl
LDLRAD2 chrl
HSPG2 chrl
USP48 chrl
FGR chrl
AKIRIN1 chrl
PABPC4 chrl
HEYL ¢hrl
OXCT2 chrl
PPIE chrl
BMP8B chrl
SMAP2 chrl
ZFPESB chrl
Clorfl68 chrl
LOCZ019275 chrl
MIRS48AP chrl
LOC.019275 chrl
NTNG1 chrl
RPLZ1P1L chrl
FCGR2B chrl
FCRLA chrl
FCRLB chrl
DUSP12 chrl
OLFML2B  c¢hrl
ATF6 chrl
LINCD0970 chrl
LINCD1142 <chrl
FAM163A chrl
TORIAIPL  c¢hrl
TOR1AIP2 chrl
CEP350 chrl
FL23867 chrl
QSOX1 chrl

gene_start

12226999
12251769
12227059
12123433
13801444
16330730
16340522
16268363
162484385
22138757
22148724
22004791
274938800
39456915
40026434
40089102
40235196
40204516
40223902
40839377
40916336
57184476
84041470
84259597
84267198
107682539
161653494
161632904
161676761
161691333
161719557
161952981
161736033
168873142
170240545
179712297
179851176
179809101
179923907
180167143
180123967

gene_z=nd

12227085
12251830
12269277
122042¢4
13840242
16333190
16345285
16302627
16360545
22151714
22263790
22109688
27961727
39471737
40042521
40105348
40237020
40229586
40254533
40888958
409293350
57285369
84326679
84379059
84326229
108027521
161655042
161648444
161684142
161637933
161726954
161934255
161933860
169056243
170253349
179785333
179889212
179846941
180084015
180169859
180167169




Gunz et al.: “Neandertal introgression sheds light on modern human endocranial globularity”
cell.com/current-biology/fulltext /S0960-9822(18)31470-2
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CARLZIMMLER'S

(GAMEOF GENOM

:Ilu ua' on: Molly Ferquson for STAT,

Supplementary Materials

Welcome to the companion site for Carl Zimmer's "“Game of Genomes” series on
STAT. Here you will find data and analysis from some of the scientists who
examined Zimmer's gencme.,

Part 1
Gerstein lab

Part 2
Torkamani lab

zimmerome.gersteinlab.org
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For more
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please visit
carlzimmer.com &
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