
Supplementary Information

AutoMap is a high performance homozygosity mapping 
tool using Next-Generation Sequencing data



Supplementary Figure . AutoMap performance tests. (A) Effect of extension, maximal gap allowed, and ROHs filtering parameters (minimal percentage of 
homozygous variant, minimal size, and minimal number of variants) on the training set ; (B)  Effect of quality filtering on specificity and sensitivity 
of AutoMap on the training set . Error bars represent standard deviation of the mean; (C) Effect of varying single parameters on specific ty and 
sensitivity (list of changes for all parameters can be found in the )
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A B

Supplementary Figure . Training and validation, as well as effects of variant callers. (A) Specificity and sensitivity of AutoMap with default 
parameters on the training  and validation   sets. (B) Sensitivity and specificity of AutoMap with default parameters for the 
training set  , using VCF produced by different variant callers. Error bars represent standard deviation of the mean.. Raw data are provided in the 
Source Data file.
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Homozygous Regions for F003S Z
 Total = 313.87 Mb (autosomes)
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Homozygous Regions for F009NAH A
 Total = 197.05 Mb (autosomes)
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Homozygous Regions for F021MO M
 Total = 304.11 Mb (autosomes)

ch
r1

ch
r2

ch
r3

ch
r4

ch
r5

ch
r6

ch
r7

ch
r8

ch
r9

ch
r1

0

ch
r1

1

ch
r1

2

ch
r1

3

ch
r1

4

ch
r1

5

ch
r1

6

ch
r1

7

ch
r1

8
ch

r1
9

ch
r2

0
ch

r2
1

ch
r2

2

Homozygous Regions for F030AH GG
 Total = 235.49 Mb (autosomes)
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Homozygous Regions for LL53
 Total = 193.98 Mb (autosomes)
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Homozygous Regions for LL104
 Total = 170.38 Mb (autosomes)
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Homozygous Regions for LL132
 Total = 305.84 Mb (autosomes)
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Homozygous Regions for NSI 072
 Total = 185.56 Mb (autosomes)
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Homozygous Regions for NSI 162
 Total = 136.54 Mb (autosomes)
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Homozygous Regions for NSI 205
 Total = 365.3 Mb (autosomes)
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Homozygous Regions for NSI 249
 Total = 172.2 Mb (autosomes)
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Homozygous Regions for NSI 326
 Total = 124.33 Mb (autosomes)
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Homozygous Regions for F036ZA T
 Total = 438.96 Mb (autosomes)
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Homozygous Regions for F004H S
 Total = 302.23 Mb (autosomes)
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Homozygous Regions for F010MAR M
 Total = 254 Mb (autosomes)
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Homozygous Regions for F026FAT AS
 Total = 268.77 Mb (autosomes)
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Homozygous Regions for F032NA E
 Total = 332.38 Mb (autosomes)
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Homozygous Regions for LL82
 Total = 142.54 Mb (autosomes)
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Homozygous Regions for LL105
 Total = 230.33 Mb (autosomes)
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Homozygous Regions for LL133
 Total = 123.01 Mb (autosomes)
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Homozygous Regions for NSI 134
 Total = 212.12 Mb (autosomes)
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Homozygous Regions for NSI 171
 Total = 322.02 Mb (autosomes)
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Homozygous Regions for NSI 206
 Total = 132.36 Mb (autosomes)
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Homozygous Regions for NSI 256
 Total = 263.72 Mb (autosomes)

ch
r1

ch
r2

ch
r3

ch
r4

ch
r5

ch
r6

ch
r7

ch
r8

ch
r9

ch
r1

0

ch
r1

1

ch
r1

2

ch
r1

3

ch
r1

4

ch
r1

5

ch
r1

6

ch
r1

7

ch
r1

8
ch

r1
9

ch
r2

0
ch

r2
1

ch
r2

2

Homozygous Regions for NSI 335
 Total = 150.19 Mb (autosomes)
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Homozygous Regions for LL19
 Total = 353.56 Mb (autosomes)

ch
r1

ch
r2

ch
r3

ch
r4

ch
r5

ch
r6

ch
r7

ch
r8

ch
r9

ch
r1

0

ch
r1

1

ch
r1

2

ch
r1

3

ch
r1

4

ch
r1

5

ch
r1

6

ch
r1

7

ch
r1

8
ch

r1
9

ch
r2

0
ch

r2
1

ch
r2

2

Homozygous Regions for F005MAH N
 Total = 174.95 Mb (autosomes)
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Homozygous Regions for F011Z KH
 Total = 827.34 Mb (autosomes)
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Homozygous Regions for F027FZ Z
 Total = 347.59 Mb (autosomes)
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Homozygous Regions for F034VR K
 Total = 212.36 Mb (autosomes)
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Homozygous Regions for LL89
 Total = 320.28 Mb (autosomes)
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Homozygous Regions for LL128
 Total = 189.51 Mb (autosomes)

ch
r1

ch
r2

ch
r3

ch
r4

ch
r5

ch
r6

ch
r7

ch
r8

ch
r9

ch
r1

0

ch
r1

1

ch
r1

2

ch
r1

3

ch
r1

4

ch
r1

5

ch
r1

6

ch
r1

7

ch
r1

8
ch

r1
9

ch
r2

0
ch

r2
1

ch
r2

2
Homozygous Regions for LL136
 Total = 155.2 Mb (autosomes)
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Homozygous Regions for NSI 147
 Total = 408.63 Mb (autosomes)
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Homozygous Regions for NSI 192
 Total = 535.2 Mb (autosomes)
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Homozygous Regions for NSI 221
 Total = 314.33 Mb (autosomes)
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Homozygous Regions for NSI 263
 Total = 229.44 Mb (autosomes)

ch
r1

ch
r2

ch
r3

ch
r4

ch
r5

ch
r6

ch
r7

ch
r8

ch
r9

ch
r1

0

ch
r1

1

ch
r1

2

ch
r1

3

ch
r1

4

ch
r1

5

ch
r1

6

ch
r1

7

ch
r1

8
ch

r1
9

ch
r2

0
ch

r2
1

ch
r2

2

Homozygous Regions for NSI 343
 Total = 256.98 Mb (autosomes)
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Homozygous Regions for LL28
 Total = 141.62 Mb (autosomes)

ch
r1

ch
r2

ch
r3

ch
r4

ch
r5

ch
r6

ch
r7

ch
r8

ch
r9

ch
r1

0

ch
r1

1

ch
r1

2

ch
r1

3

ch
r1

4

ch
r1

5

ch
r1

6

ch
r1

7

ch
r1

8
ch

r1
9

ch
r2

0
ch

r2
1

ch
r2

2

Homozygous Regions for F007AH R
 Total = 367.65 Mb (autosomes)
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Homozygous Regions for F019AB Z
 Total = 113.88 Mb (autosomes)
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Homozygous Regions for F028AR D
 Total = 196.03 Mb (autosomes)
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Homozygous Regions for F035MI D
 Total = 240.46 Mb (autosomes)

ch
r1

ch
r2

ch
r3

ch
r4

ch
r5

ch
r6

ch
r7

ch
r8

ch
r9

ch
r1

0

ch
r1

1

ch
r1

2

ch
r1

3

ch
r1

4

ch
r1

5

ch
r1

6

ch
r1

7

ch
r1

8
ch

r1
9

ch
r2

0
ch

r2
1

ch
r2

2

Homozygous Regions for LL100
 Total = 278.12 Mb (autosomes)
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Homozygous Regions for LL131
 Total = 200.11 Mb (autosomes)
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Homozygous Regions for LL145
 Total = 165.45 Mb (autosomes)
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Homozygous Regions for NSI 156
 Total = 323.01 Mb (autosomes)
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Homozygous Regions for NSI 201
 Total = 312.29 Mb (autosomes)
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Homozygous Regions for NSI 241

 Total = 307.86 Mb (autosomes)
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Homozygous Regions for NSI 266
 Total = 487.42 Mb (autosomes)
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Homozygous Regions for NSI 379
 Total = 346.07 Mb (autosomes)
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Homozygous Regions for LL50
 Total = 193.12 Mb (autosomes)
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Supplementary Figure : Different levels of autozygosity in the 52 patients analyzed (for illustration purposes).
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Supplementary Figure 4: Representative examples of homozygous regions found by different software, with respect to individual chromosomes. 
(A) Chromosome 2 for individual NSI-147; (B) Chromosome 5 for individual LL50. Grey regions represent the ROHs found by PLINK on SNP-array data (true positives).
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Supplementary Figure 5: Specificity and sensitivity of PLINK applied to exome data from the training set (n=26), 
with an incremental number of heterozygous SNP allowed per ROH (--homozyg-window-het 0 to 5), to retrieve 
ROHs detected by PLINK on SNP array data. Error bars represent standard deviation of the mean. Source data are 
provided in the Source Data file.
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