11 1.2
1-BSR-1
HLA-B51(+)
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B OO0

1.1 1.2 1.3 1.4
1-HR-1 1-BSI
HLA-B51(+) HLA-B51(+)

Supplementary Fig. S1. Pedigree of Family 1.
1-BSI: index patient; HLA-B51(+), 1-BSR-
1: first degree relative with BS; HLA-B51(+),
1-HR-1: first degree healthy relative; HLA-
B51(+) Full black filled symbol, clinically prov-
en BS phenotype; open symbol, non-BS.

%,

Supplementary Fig. S2. Pedigree of Family 2.

2-BSI: index patient; HLA-B51(+), 2-BSR-1:
third degree relative with BS; HLA-B51(+),
11 1.2 2-HR-1: first degree healthy relative; HLA-
B51(+), 2-HR-2: first degree healthy relative;
HLA-B51(+) Full black filled symbol, clinically
I proven BS phenotype; open symbol, non-BS.
1.1 1.2 1.3 1.4
2-HR-1
HLA-B51(+)
18] 1.2 1.3 .4 .S 1.6 1.7 1.8 n.e 11.10
2-BS| 2-HR-2 2-BSR-1
HLA-B51(+) HLA-B51(+) HLA-B51(+)
Supplementary Fig. S3. Pedigree of Family 3.
O 3-BSI: index patient; HLA-B51(-), 3-BSR-1: first
degree relative with BS; HLA-B51 (+), 3-HR-1:
11 1.2 first degree healthy relative; HLA-B51(+) Full
3-HR-1 black filled symbol, clinically proven BS pheno-
HLA-B51(+) type; open symbol, non-BS.
111 1.2 1.3 1.4 1.5
3-BSR-1 3-BSI
HLA-B51(+) HLA-B51(-)
O L
1.1 1.2
4-HR-1 4-BSR-1
Rheumatoid Artiritis HLA-B51(+)
HLA-B51(+)
1.1 1.2 1.3
5-BSR-1 5-BSI
HLA-B51(+) HLA-B51(+)
111 1.2
4-HR-2 4-BSI| |
HLA-B51(+) HLA-B51(+)
1.1
Supplementary Fig. S4. Pedigree of Family 4. EIE—B151 )

4-BSI: index patient; HLA-B51(+), 4-BSR-1: first degree rela-
tive with BS; HLA-B51(+), 4-HR-1: first degree relative with RA;
HLA-B51(+), 4-HR-2: first degree healthy relative; HLA-B51(+)
Full black filled symbol, clinically proven BS phenotype; open
symbol, non-BS.
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Supplementary Fig. S5. Pedigree of Family 5.

5-BSI: index patient; HLA-B51(+), 5-BSR-1: first degree relative with
BS; HLA-B51(+), 5-HR-1: first degree relative; HLA-B51(+) Full black
filled symbol, clinically proven BS phenotype; open symbol, non-BS.
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[]

SJIelale

I .2 1.3 4 15
6-HR-5
HLA-BS1(+)

(TR .2 na  m4 w5 me M7 1.8 na .10 .11
6-B51 6-BSR-1 8-HR-6
HLA-B51(+) HLA-B51(-) HLA-B51(+)

%

VA V.2 .3 .4
6-HR-3 6-HR-4 6-HR-2 B-HR-1
HLA-BS1(+) HLA-BS1(+) HLA-B51(+) HLA-BS1(+)

Supplementary Fig. S6. Pedigree of Family 6.

6-BSI: index patient; HLA-B51(+), 6-BSR-1: third degree relative with BS; HLA-B51(-), 6-HR-1; fourth degree healthy relative; HLA-B51(+), 6-HR-2;
fourth degree healthy relative; HLA-B51(+), 6-HR-3: first degree healthy relative;HLA-B51(+), 6-HR-4: first degree healthy relative; HLA-B51(+), 6-HR-
5: first degree healthy relative; HLA-B51(+), 6-HR-6: third degree healthy relative; HLA-B51(+) Full black filled symbol, clinically proven BS phenotype;
open symbol, non-BS.

O

1.1 1.2
1.1 .2 13 4 1.5 1.6 .7 .8 .8 110 11 L 3
7-HR-1 7-BSR-1
HLA-B51(+) HLA-B51(-)
.1 1.2 1.3 .4 .5 .6 .7 1.8
7-BSI
HLA-B51(-)
VA V.2

Supplementary Fig. S7. Pedigree of Family 7.
7-BSI: index patient; HLA-B51(-), 7-BSR-1; second degree relative with BS; HLA-B51(-), 7-HR-1: first degree healthy relative; HLA-B51(+) Full black
filled symbol, clinically proven BS phenotype; open symbol, non-BS.
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Supplementary Fig. S8. Pedigree of Family 8.
. 8-BSI: index patient; HLA-B51(+), 8-BSR-
1: first degree relative with BS; HLA-B51(-),
11 1.2 8-HR-1; first degree healthy relative; HLA-
8-BSR-1 B51(+), 8-HR-2: first degree healthy relative;
HLA-B51(-) HLA-B51(+) Full black filled symbol, clinically

I | proven BS phenotype; open symbol, non-BS.

1.1 1.2 1.3 1.4 1.5
8-BSI
HLA-B51(+)|

1.1 1.2 1.3

8-HR-2 8-HR-1

HLA-B51(+) HLA-B51(+)

Supplementary Fig. S9. Pedigree of Family 9.
‘ 9-BSI: index patient; HLA-B51(-), 9-BSR-1: first
degree relative with BS; HLA-B51(+), 9-HR-1:
1.1 1.2 first degree healthy relative; HLA-B51(+) Full
9-BSR-1 9-HR-1 black filled symbol, clinically proven BS pheno-
HLA-B51(+) HLA-B51(+) type; open symbol, non-BS.
1.1 1.2 1.3 1.4
9-BSI
HLA-B51(-)
I.1 1.2
1.1 .2 .3 1.4

O

. .2 .3 .4 .S 1.6 1.7
10-BSI 10-BSR-1
HLA-B51(+) HLA-BS1(+

[ [ ]

VA V.2 V.3 V.4 V.5 V.6
10-HR-1 10-BSR-2
HLA-BS1(+) HLA-BS1(+)

Supplementary Fig. S10. Pedigree of Family 10.
10-BSI: index patient; HLA-B51(+), 10-BSR-1: third degree relative with BS; HLA-B51(+), 10-BSR-2: third degree relative with BS; HLA-B51(+), 10-HR-
1: first degree healthy relative; HLA-B51(+) Full black filled symbol, clinically proven BS phenotype; open symbol, non-BS.
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O O

1.1 1.2 1.3 1.4 1.5 1.6 .7 1.8
11 .2 1.3 .4 .5 1.6 .7 . .9 .10
11-HR-4 11-BSI 11-BSR-1 11-HR-3
HLA-B51(-) HLA-B51(+ HLA-B51(-) HLA-B51(+)

V.1 V.2

11-HR-2 11-HR-1

HLA-B51(-) HLA-BS1(+)

Supplementary Fig. S11. Pedigree of Family 11.

11-BSI: index patient; HLA-B51(+), 11-BSR-1: third degree relative with BS; HLA-B51(-), 11-HR-1: first degree healthy relative; HLA-B51(-), 11-HR-2:
first degree healthy relative; HLA-B51(-), 11-HR-3: third degree healthy relative; HLA-B51(+), 11-HR-4: first degree healthy relative; HLA-B51(-) Full
black filled symbol, clinically proven BS phenotype; open symbol, non-BS.

O

1.1 1.2
1.1 1.2
13-BSR-1
HLA-B51(+)
I 1.2 1.3 1.4
12-BSI
HLA-B51(+)
1.1 11.2
13-BSI 13-HR-1
HLA-B51(+) HLA-B51(-)
1.1 1.2
12-HR-1 12-BSR-1 . )
HLA-B51(+) HLA-B51(+) Supplementary Flg. S13. Pedlgree of Fam-
ily 13.
. ) ) 13-BSI: index patient; HLA-B51(+), 13-BSR-1:
Supplementary Fig. S12. Pedigree of Family 12. first degree relative with BS; HLA-B51(+), 13-
12-BSI: index patient; HLA-B51(+), 12-BSR-1: second degree relative with; HR-1: first degree healthy relative; HLA-B51(-):

HLA-B51(+), 12-HR-1: first degree healthy relative; HLA-B51(+): full black

full black filled symbol, clinically proven BS
filled symbol, clinically proven BS phenotype; open symbol, non-BS.

phenotype; open symbol, non-BS.
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1.1 1.2
1.1 1.2 .3 1.4 1.5 .6
L[N} .2 .3 1.4 1.5 .6 .7 n.se 1.9
ax 14-B5| X
HLA-B51(+)
LAl v.2 V.3 4 V.5 V.6 Ay V.8 V.9 V.10
14-BSR-1 5X 4X 14-HR-1

Supplementary Fig. S14. Pedigree of Family 14.
14-BSTI: index patient; HLA-B51(+), 14-BSR-1: fourth degree relative with BS; HLA-B51(+), 14-HR-

1: second degree healthy relative; HLA-B51(-) full black filled symbol: clinically proven BS pheno-
type; open symbol: non-BS.

o

1.1 1.2

m O

1.4 1.5
15-BSR-1 15-BSI 15-BSR-2
HLA-B51(+) HLA-B51(+) HLA-B51(+)

'S
An{p

1.1 1.2
15-HR-1
HLA-B51(+)

Supplementary Fig. S15. Pedigree of Family 15.

15-BSI: index patient; HLA-B51(+); 15-BSR-1: first degree relative with BS; HLA-B51(+), 15-BSR-2:
first degree relative with BS; HLA-B51(+), 15-HR-1: first degree healthy relative; HLA-B51(+): full
black filled symbol, clinically proven BS phenotype; open symbol: non-BS.
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