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http://www.genome.gov/gwastudies/

#91,9000 5/ LEKRE . 7/ LEKRBEEGWASICKYEBHT LI/ E DL
SNP DT —RN—X

BISLARASA DB

Date First Disease/Trait Initial Replication Region Reported Mapped  Strongest Context ~ SNP RiskAllele  P-value  OR OR or beta- Platform NV
Addedto  Author/Date/ Sample  Sample Gene(s) Gene(s)  SNP-Risk type Frequency Type  coefficientand  [SNPs passing QC]
Catalog  Journal/Study size size Allele in [95% C11
(since Controls
11/25/08)
11/25/08 | Eeles RA Prostate 1,854 |3,268 10q11.23 | MSMB |- r510993994-T | nearGene-5 |Novel |0.40 9x1022 Y | 1.25[1.17-1.34] Tilumina N
February 10, | cancer cases, | cases, [541,129]
2008 1,804 |3,366 19q13.33 | KLK3 152735839-G Novel | 0.85 2x1048 Y 1.2[1.10-1.33]
Nat Genet controls | controls 8924.21 | Intergenic £54242384-C Known | 0.09 351016 Y 1.88 [NR]
Multiple newly
identified loci 8q24.21 | Intergenic | - rs6983267-G | ncRNA;intron | Known | 0.49 9 x10:13 Y 1.42 [NR]
associated with
prostate cancer 1113.3 | Intergenic 157931342-G Novel | 0.51 2x1042 Y | 119[1.11-1.27]
susceptibility.
17912 | HNFIB |- 157501939-C | intron Known | 0.57 9x1042  |Y | L4L[NR]
64253 | SLC22A3 |- r59364554-T | intron Novel | 0.29 6x10:0 Y | 1.17[1.08-1.26]
79213 |LMTK2 |- rs6465657-C | intron Novel | 0.46 1x102 Y 112[1.05-1.20]
Xp11.22 | NUDTI0, rs5945619-C Novel | 0.36 2x109 Y 1.19[1.07-1.31]
NUDT11
3p12.1 | Intergenic 152660753-T Novel | 0.11 3x10%8 Y 1.18[1.06-1.31]
8q24.21 | Intergenic | - rs1016343-T | ncRNA Known | 0.18 1x107 Y 137[NR]
17q24.3 | Intergenic | - rs1859962-G | intron Known | 0.46 1x10:6 Y 1.26[NR] 7
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SNP o (race) case control numEer ° normal allele risk allel
Eﬁj( ()] (rs number) | %P A% number [number toz'Sg /risk allele  |case |control ] 17 SNP E] i
a
Japanese(GWAS) 1583 3386 510687 0594| 0545 — —
PubMed rs13385191 [Japanese(Replication) 3001 5415 91 A/G 0593 0.561 '“Eéj—_aﬁg*ﬁ-
ID Japanese(Combined) - 0593|  0.558 D *ﬁﬁ
BAF—57—T L
#8 AIILIRACA
Base info. Wetross o7 7/ Resalt 1o
SNP case |control | "OST ST typing [ phenotype definition flhormal allele risk allel odds. -
Ref No (rs number) [s2mPle (race) number |number | Y8%€ | Piatform lcase [contral |frisk allele[case [contral] N RN RR Palue | soreeningmeta-analysis stratogy
PMID:20676098 Japanese(GWAS) 1583 3386 510687 fillumina 0.594]  0.54¢ 1[1.22(allele) [1.49(allele) | 1.10E-05)"Stage”{Step1}{”Data” (GWASH"Race”{Jap
3001| 5415 91 fmultiplex P Prostate | oo A/G 0593 056 1[1.12(allele) [1.25allele) | 7.40E-04fanesel."n"{1583/33861),"p-
Japanese(Combined) - - et 0503|055 1| 1.15Galele) [1.320atiele) | 7.50E-08 e {0C plogaddii i
158, kLI TOBEY | Murmina 05 04 Ul allele] (allele: 5 [“ "_GW "N " {Jay
i a001| 5418 01 [ multiplex PG| Pc’::' [ | Healthy o/T 0498 11.23allele) | 1 NGallsle) | 1.20E-10 'r‘”!‘".;'r J ue"{GC.p
Japanese(Cor 0490 IStep2{”Data”:
Japanesa(C 045 ["Race"1Jsp
o iffrostate
51983891 j:::::ciz phenotype definition canor | Healthy o/ u.: Sdds o .
o ’ value o2l Data
o, | | 0388 |control o | [N RN RR Race- Lo
200331 Japanese(R: 5| areer | Host | 0T | oo T[1.220allele) [1.49allele) | 1-10E-05
Japansse(C Prostate Healthy as ep2l{"Data”
Japanssa(Gy cancer 04 1[1.12(allele) [1.25(allele) | 7.40E-04 “Raceien |
9600079 \Jepanezalf M Foaar | sty | om0 1]1.15(allele) |1.32(allele) | 7.50E-08|
Japansse(C N — V| 04 o \ p2f{"Data”
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ETE S 294 148 442
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11/25/08)
0712113 Pharoah PO B 11 East 17q1 MiE1B, Bx ol 1.12 [1.08-1.17] Tiumina N
Aprd D1, 2013 opean L (Serious [2,508,744]
Nat Genet anced Bl Inasive) (Imputed)
GWAS mefa- s, A L
{nﬂﬂjco)T_gl _ N
Tabe 2 ORs and ests of assocaion by 1 n“'?qls;umam, pulation for the mast ;O)SNP[j:'?{j——?l/)[/(A)b\ IJXO
?% RAF ype  Ancestry OR 9% CI P sleql by N > =
i?nnlo 1741 (Y .37 Al .g:m..n European ?os 1.02-1.09 0.00090 t*u%éhé b\ GWAS jjgnb ‘i%j
0.37 Serous Europesn 112 108117 8.1 x10-0 |
e e e e (SEDTLVELY,
Ref/alt allele | o= =i L 05 ot 3-3? REHICEEFICRREHLE. 7M1+ —

Serous Atican 108 0.75-1.54 069
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@ B DAHIZLY GWAS AEAS (2%

1ZLME R % H

[R—FzwvhF Behcet's disease]

. Normal | Risk | Odds = Odds | Odds

pubmed_id snp race stage casefnum‘ ctrl_num ‘ phenotype_case phenotype_ctrl allele | allele nn P it p_value ‘
Japanese GWAS 612 74% Behcets's disease Healthy controls A G 1 | 156 | 243 1.20E-08

151495965 Turkish Repl!cal!on 1215 1279 Behcets's disease Healthy controls A G 1 1.25 1.56 8.40E-05

Korean Replication 19 140 Behcets's disease Healthy controls A G 1 135 1.82 9.40E-02

Japanese, Turkish, Korean Combined 1946 2159 Behcets's disease Healthy controls A G 1 1.35 .82 1.90E-11

20622879 Japanese GWAS 12 740 ehcets's disease Healthy controls C .64 .69 9.50E-09
151800871 Turkish Replication 1215 1279 ehcets’s disease lealthy controls Cc 85 3.10E-07

Korean Replication 19 40 ehcets’s disease Healthy controls Cc .28 4.40E-02

Japanese, Turkish, Korean Combined 1946 2159 ehcets’s disease Healthy controls C .10 1.00E-14

rs4959053 Japanese GWAS 12| 40 ehcets’s disease Healthy controls G 10.11 1.80E-26

Step 1: GWAS R7—2 HAAT—4 4

Step 2: Replication R7— kILaAAT—4
Replication R7— BEIAT—4
Step 3: Combined R7—Y HAA+MLIA+BEAT—4

BERADHD
T—ANLD

HEREME TR

(FILAHSfEIEEE Brugada syndrome]

pubmed | ace stage Case | cul henotype case Phenotype [Normal|  Risk | Odds | Odds | Odds | oo
d P - num | _num phenotype_ cl | _allele _allele n m wo | P

uropean Discovery GWAS 312 1115Brugada syndrome Conrol 00 | 900 | 6.79E-2

uropean p 1 504 806Brugada syndrome Control 35 | 552 | 1.66E-3

23872634 151042813272 o e plication 2 208 1016Brugada syndrome Control 56 .55 | 156E-16

uropean Japanese Combined I 416 2937Brugada syndrome with Control 84 | 807 | 115E-39

Step 1: GWAS RT— I—0OY/SAT—4

Step 2: Replication R 77— A—0OW/NAT—4
Replication A7—2 BAAT—4 4

Step 3: Combined A7— I—AY/SA+HAAT—4
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Direct-to-Consumer
Recommendations

Consent in the
Direct-fo-Consumer Context
Government Regulation in the
Direct-to-Consumer Context

Industry-Wide Best Practices in
the Direct-to-Consumer Context
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23andMe TIXIREL TLVADBRL 1=

ETIICIEEENLGVERER -(AE

L3

Memory

K&

Attention-Deficit Hyperactivity Disorder

Ay X LT8R

Sivgren-Larsson Syndrome /|7 IR 5 £8 « GWAS TR LY

Gallstones .
Progressive Supranuclear Palsy JRITLIL
Psoriasis MR
Cleft Lip and Cleft Palate
Hypospadias XM
Narcolepsy RE
Gaucher Disease

ic Gardi (MYBPG3 25bp
Male Infertility

Obsessive-Compulsive Disorder
Oral and Throat Cancer

HEttERL
Peripheral Arterial Disease
Preeclampsia 2R

Tardive Dyskinesia

Agenesis of the Corpus Callosum with Peripheral Neuropathy
Alpha~1 Antitrypsin Deficiency

Autosomal Recessive Polyoystic Kidney Disease

Fanconi Anemia (FANCC-related)
GBPD Deficiency

Glycogen Storage Disease Type 1a
Glycogen Storage Disease Type 1o
GRACILE Syndrome

Hashimoto's Thyroiditis
Hemochromatosis (HFE-related)
Hereditary Fructose Intolerance
Intrahepatic Cholestasis of Pregnancy
LAMB3-related Junctional Epidermolysis Bullosa

Larynx Cancer

Leigh Syndrome, French Canadian Type (LSFC)
Limb-girdle Muscular Dystrophy

Malaria Complications.

Malaria Resistance (Duffy Antigen)

Maple Syrup Urine Disease Type 1B

Medium~-Chain Acyl-CoA Dehydrogenase (MCAD) Deficiency
Mucolipidosis IV

Neural Tube Defects

Neuronal Ceroid Lipofuscinosis (CLN5-related)

Neuronal Ceroid Lipofuscinosis (PPT1-related)

GWASTIEZELY

Autosomal recessive spastic ataxia of 8L
Back Pain

Beta Thalassemia

Bloom’s Syndrome

BRCA Cancer Mutations (Selected)

Breast Cancer Risk Modifiers

Canavan Disease

Congenital Disorder of Glycosylation Type 1a (PMM2-CDG)
Connexin 26-Related Sensorineural Hearing Loss
D-Bifunctional Protein Deficiency GWAST [ j: 7; Ly
Developmental Dyslexia

Dihydrolipoamide Dehydrogenase Deficiency

DPD Deficiency

Factor XI Deficiency

Familial Dysautonomia

Cystic Fibrosis

Familial Hypercholesterolemia Type B
Fanmilial Hyperinsulinism (ABCC8-related)
Familial Mediterranean Fever

Disease Type A
Niimegen Breakage Syndrome.
Pendred Syndrome
Phenylketonuria
Placental Abruption
Primary Hyperoxaluria Type 2 (PH2)
Rhizomelic Chondrodysplasia Punctata Type 1 (RCDP1)
Salla Disease
Sarcoma
Sickle Gell Anemia & Malaria Resistance
Sauamous Cell Carcinoma
ay-Sachs Disease
Torsion Dystonia
TTR-Related Cardiac Amyloidosis
T Familial Amyloid
Tyrosinemia Type |
Usher Syndrome Type 1 (PCDH15-related)
Usher Syndrome Type Il

Zellweger Syndrome Spectrum

Nicotine Dependence
Smoking Behavior
Avoidance of Errors
Breastfeeding and 1Q
Cluster Headaches
Eating Behavior

Food Preference
Lactose Intolerance
Measures of Intelligence
Muscle Performance
Non-ABO Blood Groups
Norovirus Resistance
Odor Detection

Pain Sensitivity
Reading Ability
Resistance to HIV/AIDS
Response to Diet
Response to Exercise

MEMBERMEOTE

BAANTHRMEGL
SNPTLAIZFA—D %L

GWASTIEAELY
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