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Supplementary Table S1. Variants that affect the binding of miRNA at least in 3 different
miRNA databases (MIRNSP; miRNA-SNP; SNP Function Prediction; MicroSNiPer; miRdSNP;
miRTarBase).

Gene Variant MiRNA Gain/loss Log FC # Adj. p-val #
(17143305 hsa-miR-541 Gain * Ns

WNT16 hsa-mir4263 Gain * Ns
rs190011371 hsa-miR-383 Loss -0.527 0.00408
rs17883310  hsa-miR-1915-3p Loss 1.58 0.00104
rs17886183 hsa-miR-5583 Gain * Ns

SOST hsa-miR-98-5p Loss * Ns
rs75901553 hsa-miR-3190 Gain * Ns

hsa-miR-let-7a Loss -1.819 0.007

(and b.c.d.f.g)

Gain: Minor allele creates a new binding site for the miRNA

Loss: Minor allele abolish the binding site for the miRNA

# Data from De Ugarte et al. (2015)*. Data not shown in the publication.
logFC: Logarithm (Osteoporotic/Non-osteoporotic)

*logFC < |0.5]; Ns < 0.05



Supplementary Table S2. GTEx eQTL data for all the SNVs found in the resequencing of

WNT16, DKK1 and SOST

SNP Gene p value NES Tissue
WNT16
rs17143281 FAM3C 1.3e-11 0.65 Muscle - Skeletal
rs55710688 FAM3C 0.0000020 0.20  Skin - Not Sun Exposed (Suprapubic)
0.000016 0.18 Skin - Sun Exposed (Lower leg)
WNT16 0.000019 0.29 Adipose - Subcutaneous
CPED1 0.000029 0.097 Artery - Tibial
r$2908004 FAM3C 0.000086 -0.15 Skin - Sun Exposed (Lower leg)
FAM3C 5.9e-8 0.22  Skin - Not Sun Exposed (Suprapubic)
5142005327 9.5e-7 0.20  Skin - Sun Exposed (Lower leg)
0.000032 0.13 Nerve - Tibial
CPED1 0.000029 0.11  Artery - Tibial
FAM3C 0.000050 -0.15 Skin - Sun Exposed (Lower leg)
rs2707466 CPED1 0.000058 0.094 Attery - Tibial
rs17143305 RP11-3L10.1 7.5e-14 0.87 Testis
FAM3C 2.9e-29 -0.52  Skin - Sun Exposed (Lower leg)
5.9e-26 -0.51  Skin - Not Sun Exposed (Suprapubic)
2.7e-8 -0.21  Nerve - Tibial
4.6e-8 -0.22 Thyroid
7.8e-8 -0.27 Stomach
8.8e-8 -0.34 Esophagus - Mucosa
1.0e-7 -0.42  Adrenal Gland
1.0e-7 -0.29 Muscle - Skeletal
1.1le-7 -0.77 Brain - Spinal cord (cervical c-1)
4.8e-7 -0.20 Adipose - Subcutaneous
9.5e-7 -0.31 Brain - Anterior cingulate cortex (BA24)
0.0000028 -0.35 Pancreas
0.0000031 -0.21 Adipose - Visceral (Omentum)
0.0000032 -0.24 Breast - Mammary Tissue
0.0000058 -0.17 Artery - Tibial
0.0000087 -0.18 Esophagus - Muscularis
0.000022 -0.28 Brain - Frontal Cortex (BA9)
0.000027  -0.30 Brain - Cortex
DKK1
rs41281546 DKK1 8.6e-7 -0.29 Cells - Transformed fibroblasts
rs1569198 PRKG1-AS1  0.000047 0.16 Cells - Transformed fibroblasts
rs74711339 DKK1 1.3e-7 -0.35 Cells - Transformed fibroblasts
SOST
rs1237278 SOST 8.9e-18 -0.26  Artery - Tibial
3.6e-9 -0.61 Brain - Cortex
5.4e-9 -0.27 Artery - Aorta
1l.1le-7 -0.43 Artery - Coronary
0.000024  -0.28 Heart - Atrial Appendage
MPP3 0.000013 0.22  Thyroid
MPP2 0.000063 -0.17 Cells - Transformed fibroblasts
rs851058 SOST 3.4e-20 -0.28 Artery - Tibial
1.1e-10 -0.29 Artery - Aorta
1.2e-8 -0.47  Artery - Coronary
4.2e-7 -0.35 Heart - Atrial Appendage
DUSP3 0.000069 0.10 Cells - Transformed fibroblasts
rs2023794 DUSP3 6.0e-7 0.29 Cells - Transformed fibroblasts
MPP2 0.000022 0.46  Skin - Not Sun Exposed (Suprapubic)
0.000048 0.50 Skin - Sun Exposed (Lower leg)

NES: Normalized Effect Size
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Supplementary Table S3. Minor allele frequency (MAF) from
1000 genomes project: total population (ALL), european
population (EUR) and Iberian population in Spain (IBS) and the
complete BARCOS cohort frequency.

SNP ';"I:gloer ALL EUR IBS Bﬁsh((:)gs
WNT16
rs55710688 CCCA  0.252 0.233 0.276  0.257
rs2908004 A 0510 0.443 0.416  0.445
rs142005327 CT  0.257 0.254 0.29 0.28
rs113001389 A 0004 0 0 0.0007
rs2707466 T 0.503 0.440 0.407  0.463
rs190011371  C 0001 0 0 0.002
DKK1
rs1569198 0.682 0.507 0.477  0.468
rs74711339 0.019 0.043 0.033  0.057
SOST
rs1237278 c 0436 0.355 0.425  0.392
rs2023794 c 0.074 0.044 0.037  0.056
1570754792 A 0.0004 0.002 0.005  0.001
rs17882143 T 0.007 0.018 0.033  0.023
rs17883310 A 0.009 0.013 0.023  0.018




Supplementary Table S4. Effect size of the associated variants

SNP Position Type Effect size (f and OR)
LS-BMD FN-BMD
WNT16
rs55710688 p-Met1? Fs 0.018 (0.006, 0.031) 0.009 (0.0001, 0.019)
0.120965467_120965470dupCCCA 5’'UP 1.019 (1.006, 1.031) 1.01 ( 1.0001, 1.019)
0.012 (0.0015, 0.023)
rs2908004 p.G72R/p.G82R M ] 012 (1001 1.029)
1142005327 €.346+103_104dupCT | 0.018 (0.006, 0.03) 0.011 (0.002, 0.02)
c.316+103_104dupCT 1.018 (1.006, 1.031)  1.011 (1.002,1.02)
0.014 (0.002, 0.026)  0.01 (0.002, 0.019)
52707466 p.T2531/p.T263 M 1014 (1.002,1.026) 1.01 (1.002,1.019)
3801387" €.603+2747A>G | 0.017 (0.005, 0.03) 0.01 (0.0004, 0.019)
rs C.633+2747A>G 1.017 (1.005, 1.03)  1.01 (1.0004, 1.019)
DKK1
0.011 (0.003, 0.019)
rs1569198 €.548-43A>G I 1,011 (1.003,1.019)
SOST
rs17882143 p.VallOlle M Gu2L 060, .0 7]

1.042 (1.003, 1.082)

Underline and Italics f and OR under dominant model

# SNP genotyping previously in BARCOS (Estrada et al. (2012)2).



Supplementary Table S5. PCR condicitons. Sequence of the primers (5'>3’), annealing temperature (°C),
amount of magnesium (mM) and elongation time at 72°C (seconds).

Primers S((ag,li)e:;\,c):e Tm ('\r/ln gl\;; Eltci);gea(t;c)) n
WNT16-Fragla-F GGTAGCTCCAGTAAGAGATTC - 5 =
WNT16-Fragla-R CAGATTACCGTGTCTTTGGGT
WNT16-Fraglb-F CGGAGCCGCTCTCCACCA
WNT16-Fraglb-R ATTAGGTCACTCGTCTAAGGG 62 2 15

WNT16-Frag2-F ACTTTCAACTGAGGCTGGGG - 5 =
WNT16-Frag2-R CTGGAACTGGGGAGTCAGG
WNT16-Frag3-F CTTCCTTTCTAAATATGTACTCG 5g ) 15
WNT16-Frag3-R AGGGCTGCCAGTGTTTGGTT
WNT16-Frag4-F1 TGGGACAAAAACCAAAGGACG - 5 =
WNT16-Frag4-R1 TGACCACATGGGTGTTGTAAC
WNT16-Frag4-F2  AGGATGATCTGCTCTATGTTAAT 62 ) 15
WNT16-Frag4-R2 CCCACCATTATTGAGTCCTGT
DKK1-Fragl-F GCGCTGATCACAGTCCTTATC
DKK1-Fragl-R TGCTATAACGCTCGCTGGTA 03 g 1o
DKK1-Frag2-F GCAGTGGGCAGTAACAGGT 62 »s 35
DKK1-Frag2-R TGTATTGAATCATTGAGGGACA
DKK1-Frag3-F GAGGAAGTTTGGCTTGTGTTT 62 2 15
DKK1-Frag3-R CGAAGGAGAAGACAGTAGGAAA
DKK1-Frag4a-F GAACCACCTTGTCTTCAAAAATG 63 15 20
DKK1-Frag4a-R TCCAAGAGATCCTTGCGTTC
DKK1-Frag4b-F AGGTGCTGCACTGCCTATTT 63 15 20
DKK1-Frag4b-R CCGTATCCTCATTCCAATCAA
SOST_FragOa_F CCGAGTTGGGCAGATCACC 62 15 15
SOST _Frag0a R TTAATGCAGACGGTCCAGCC
SOST_FragOb_F ACGCGTTCCAGGGATGAATC - 15 e
SOST_FragOb_R GGCCAAGGCAGCATTTTCTC
SOST_Fragl_F GCTAGAGGAGAAGTCTTGG
SOST _Fragl R CCATTCTTCCCCACCTCC % ? 10
SOST Frag2a F AGATGTTCAGGGGCAAAAGC
SOST_Frag2a_R GGAAGTCGGGCCCACTAG ° ? %0
SOST_Frag2b_F GTCACCGAGCTGGTGTGCT
SOST_Frag2b_R CTCAGGGCCTGGAAGGTCT ° ? %0
SOST_Frag3a_F CTCAAGGACTTCGGGACCGA - 2 e
SOST_Frag3a_R AAATGAGGGTGGAGGTGG
SOST_Frag3b_F AGTCCTGGCTCTGCCACTAA 60 ) 15
SOST Frag3b R GGACACATTTCTGCCTAGAAAA
SOST_Frag3c_F GGGGGAAAAACTACAAGTGC - 5 e
SOST_Frag3c_R TCCTTTCCAAACCCAGACC
ECR5_F TCCTTGCCACGGGCCACCAGCTTT 62 5 .

ECR5_R

CCCCCTCATGGCTGGTCTCATTTG




WNT16

rs4727920; g.120965562A>G; ¢.65+28A>G (WNT16a) / g.120965562A>G (WNT16b);
example of one HBM woman carrying the variant.

Refersnce Coordinates 280 . 290 ) 30 ) 310 ) 320 ) =

P Translate = Trace TG666TTTTGTTTALATTTTTGGAGAALTCALRSALALCAACTTTTTCRATGTTTCALLATG G
Majority

WNTL6_Fraglh_SC.seq{1>403) =t g g gtcteetgtttattertttgagagosacoaoaasacsaac © t t t tcaatatttocaactaay

¥ UNTL6_HBM_Fraglh_3a.sbl{1>159) ¢ i

66T T T TG TTTA4TTTT TG GAGEELC AGEAALCEGETCTTTTTCABTGTTTCLELTEGGE

rs201022838; g.120969332C>A; ¢.66-289C>A (WNT16a) / c.-15C>A (WNT16b); example
of the only HBM woman carrying the variant.

Referer dinales ago . 40 . 40 ) 430 ) 440
P Translate w Trace A6 6 AGCGEG6CTGGSGECECTGEEG GGG ACTECC CATGECG GG 6G6CGATEG G ATCLCA
Majority n

WNT16_FRAGLE_SC. seq(1>647) —[a G A G C66CTGGGCTG G GGG ACGCTCGCCATGEC GGG GGC G ATEG G A A
w UNT16_HEN Fraglb_6f.ablil»6ll) —
VL

B 6 G &4 6 C6GGCTGGELTGG GG 6 6 ANTCCALTGECGGEG GG C G ATIG G AL A

rs17143291; g.120969825C>A; p.Thr90Thr (WNT16a) / p.Thrl00Thr (WNT16b); example
of one LBM woman carrylng the varlant

Referenos Coordinstes ) ) s20 ) 530 ) 240 )
T — CC e CC6CCGCCACTACCGCCCCGATGGEGGECGCCAGCCCCCTCTTTGGCTALCESG A
magoricy
UNT16_Frag2 SC.sedq(1=573) Ed B C C 6 CC 6 CC ACTACTCTG GTCTCTCC A T G G G C G CC A G CCCCCTCT T G G C T & C G &
UNT16_LBN Frag2_le.abl(1185535) ¢— l

¢ T C GG ACTALCHNG G CCCC AT GG G CGCCAGCCCCCTCTTTGGCTACGA

rs147496912; 9.120969929G>T; ¢.316+58G>T (WNT16a)/ c.346+58G>T (WNT16b);
example of one HBM woman carrying the variant.

Refarsncs Coordrales oo 1010 Loz0 1030 1040 1050
P Transiace w Trase 6 C6GACAACT CCT CCACGECGSTTGCGCTGSG O CAAATAAAGTA AARAEZTAGTGCTACGETSE ST
Hajority
NT16_Fragz_sC.seq(1-573) —lgcgacaacetcececetececacecaaottececetogeaoaataaaogtaaatagtasecotacagctasgoaget
S UNTL6_HBI_Fragz_3a.sbl(1>430)  — l
€ 6 ACAACTCCTGCCACCGCGNTTCC TG ¢CAAKTARAGTGEAELKLTAGTGCTACEGGTGE & T

rs140239870; g.120970018A>G; c.316+147A>G (WNT16a)/ c.346+147A>G (WNT16b);
example of one LBM woman carrying the variant.

500 s10 520 530 540
P Translavs w Teas CAAAGGCCAGACLCTEGGEGGAGECAGE TG GCGEGASG
Aerorscy [
WNT16_Fragz_SC.seq(1>573) > 5t t g agsgcrtacan sy goccongsocctggggs g oaggrgcogoag
WNTL6_LBN_Frag2_3g. abl (15535) —

T W E LA AE G CC LG LCCT 605665 &G T &G

rs113001389; g.120970045C>A; ¢.316+174C>A (WNT16a)/ c.346+174C>A (WNT16b)
example of the only LBM woman carrying the variant.

Reference Coordinates 1100 1120 120 130 1140

P Translate w Trace GG ATTG A G A G CTAC A LA G G CCAGACTCT G GG G AGC A G T & C G AGCCTG G P
Najority

WNTL6_Fraga_sC.seq(1»573) g g t t ga gagctacaaaggecec.a a c c t g g g g agc oag gt goc goa c c t gogoag.g

wUNTL6 BN Fragz_dg.abi(8>523) —

F G & TTGACGAG G CTATLGETELL LT GG GTECTCAZGAETCTCTG GGG AGTE AT G ETGE &G L TCT GG LG GG

rs190011371; g.120979568G>C; 9.120979568G>C (WNT16a) /c.*169G>C (WNT16b);
example of the only LBM woman carrying the variant.

Reference Goordinates . 4o ) 420 ) 430 ) a0 ) a
P Transiate = Trace CTGATCGALCATATTTTCCTTTATCTSATCARCTCTCATCAATCALTGSTEGE G AT
Majority n
Secuencia consenso Exon 4(1T).3e(1>644) [ C T 6 A T C 6 A C A T A T T T T C C T T T AT CT 6 ATCAALCTCTCATLCAATLCATGTGEGGAT
wzscore bajo_exond(ii)_r_7a.abl{1>600)

'

E TG & TCGAacC AT ATTTTCCTTTATCTHNATCARALCCEC CETECAATCATGT 6 6 AT

Supplementary Figure S1. Examples of DNA sequence chromatograms from
various individuals, each containing one of the WNT16 rare variants described in
this paper. In all cases, the variants are in heterozigosis and are signaled by
arrows.



DKK1

rs540255939; g.54074079C>A,; c.-116C>A; example of the only LBM woman carrying the
variant.

Reference Coordnates ) 250 ) a0 ) 270 ) a0 ) 230

P Translate w Trace 4G6CTCTGTOGECTCCCCTGC AGTTCAGSGACTT CTG GGG ALOCCGCECASGGGESEGECTCCCCLT GGG
Majority n
DKK1_Ex1_3C. seq{1>611) —~[a actecctacaectccCTOoCAGTCALGG GALCTLCTGG 6 ALCCGCALEGGEGG6CTCCC GG

w DKR1_LBN Ex1_dh.ahl{30>783) —

l

B GocTCcTGETGECTCCCTGCAGEGTCAGEGATLCTTCECTGEG G ACAT GTECATEG GG GG GC T ECCC GG

rs149268042; 9.54074798G>T; p.Arg120Leu; example of the only HBM woman carrying
the variant.

20 20 20 250 250 27

L I
UTCTEG:tTCL'A(CAS\EiUL'E(—A:\S\AIG'iE-E.\TG.'GTEAC[—ETAT?TE—ETC[:(iUBC:\

ity K

DL Exend 3. seq[L2600) G 1

ikl hbm_ex de.sbl(1>854) —

P Teans1ate  Teece

|"- "‘J
uu“ L\ ;l Hw\ U {Hrw:‘

C. 406+195G>A g 5407504OG>A example of the onIy HBM woman carrylng the variant.

Fore o 1220 1230 1240 1250 1260

}-rmsxacevrmce AT CTTCATTGCAAGTGTTTAATCGGGAARGAARGA ASGACGAAECGTTOGGGAGG6TCECTCTE
Majority R

DKKL Exonz SC.seq(l>600) —~ [ 4 T € T T c & T G C A &G TG TTTAATCGGEGASZ A A G AGAGABAGTTGGGAGG T TCTG

k] _hbu_ex_Sg.abl (182563)

|

b rcrTTtCaT G C A ALGTGE T T T & ATCGG G AALGELGEATCGGETLGAGSAATGTTGCG G 6 ACGGTCTCTG

rs200054686; g.54076944delT; c.*377delT, example of the only LBM woman carrying the
variant.

(1>897]

GATTGTTATC TTGACTG ACMMATATTCTATATTGAACTG AAG TARATCATT TCAGC TTATAG TCC TNAAAGCCTAACCCC TTINCCCCCTTTHATTCCAN
20 25 30 35 an as 50 55 60 65 70 75 80 ES a0 a5 100 105 110 115

rs953208416; g.54077319C>T; ¢.*752C>T, example of the only HBM woman carrying the
variant.

Referen . 50 a0 1150 o 7 .

P Transiace w Trace ATATTGATCAGCTCTAGALATALALCTTTARKAALGALALAGALCGETSTTCTGCALTTEGAT.
Hajority n

DEK1_ExS_SC.seq(1>917) —[a T A TTGaATECcAaGETCT G A AT A ACTTT A ABAGALALGEGHA G TG TTCTGCALTTEGAT.

> DKR1_HEH_Ex4(IT]_3b.abl(1>866) —

|

b T AT T G & T C A GCTCT G A AT A ACTTT A A A G EAAGACGTGTTCT G C A& TTG6E & T,

rs79759877; g.54077322G>A; ¢.*755G>A; example of the only HBM woman carrying the

. 1130 ) 1140 ) 1150 ) L0 ) 1190 )
P Transiace w Trace & TATTGATGAG CT GCTAGAZAT AZACGCTTTAGAEAEGAGAEAGACGCGTG GTTETGSCATTG GATE
Rajoricy
DEK1_Ex5_5C. seq(1>9L7) —[& T AT T 6 AT cC&GCTCTAGSAATAACTTTAGALGESGAGEASKLGALCGTGTTCTGCATTGATSA
> k] hbn_ex5_3a. abl{15X658)

}

E T 2T T 6 AT CAGG G T CT A6 AATAALCTT T A & AGAAAGALC G T N T T C T GGCATTG & T &

rs549135224; g. 540775856>A' example of one HBM woman carrying the variant

%o Grrzes o 1410 Laz0 La30 1440 1450

P Transiate w Trace AT A 4&TTTGCAG6TATGCTTGAGTACTACGCTGEGCATGSGEGCAAHAGE CAGACTTEGSGTTE CTA AT
Majority

DRKI_Ex5_SC. 36q(1>317) —[a taatttgecagetasgrectotogoaogtactacctogcatogcaaascaogacettogctcctoaact

w K1 _Mbn_ex5_7e. bl (3>541) —

|

T 44T TTECAETATCTT G AGTALCTGECT G GCALTGEC A A ACGCALGACECTTGEGTTCT AT

Supplementary Figure S2. Examples of DNA sequence chromatograms from
various individuals, each containing one of the DKK1 rare variants described in
this paper. In all cases, the variants are in heterozigosis and are signaled by
arrows. In the case of rs20054686, which is a heterozygous deletion, the whole
chromatogram to the right of it is affected.



SOST
r8184269196 9.41838340G>A; example of one HBM woman carrylng the varlant

230 20
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YV YRR
/ \

.»‘m;\,ﬁ\‘_;;~ Y

A

rs79715828; g. 418381306>A example of the onIy HBM woman carrying the variant.

a0 30 50 470

Reference Coordinates

}Txanstacevnaca AT G A AACALGTE CALGALALGATGTCACAZGTCAGEGETTCTECGECTGAGC CTC CATTCAGAEGE GG

e e < l
rs74252774 g4183801ZG>T example of the only HBM ‘woman carrylng the varlant
P Teanslace P Consensus C A AATAALGGAAAGG GAAALGEG GAAMLAGE GAAATCACGTCCAGTECTG GAGACTTG GCCAT
wa ﬂrltMl!dlnhll!{l) "

‘ N tl\
WM e el
rs567865956; g. 41837786C>T example of one HBM woman carrylng the varlant

80

130 150 150 180

T A A G LA 6B C A G TC G T CTE ST EAT O A G A6 6 B T TAAC A GTCCACATTEC A G A ECALs

P Tzenslate w
o
TrogoAz_SC.aeq|1>713) —TE 4 a6 % %6GCCaGTCGTCT GG T ECATGALEGSA GGG T T A ACKLETCCACEaALTTE
woose_bba_reglb_r_1E.eh1{3:704) ¢

C AGAGCALG

f\
\' "\% /V\_Lf\ _)/\;\_j\\_\ AN l{\\ /UJ\ _/\"f\u’ \j‘r\.n,j'\

T W A A W AW W N W L 47T T CCAGRGECALNSG

rs61105240 g. 4183772OC>T example of the only HBM woman carrylng the varlant

\.'»E-AG\.'-C'IGC»AGGC-‘[GﬁTAGnCﬂhC»f.-GGnGGTC-G‘\.'»EGGAC-GGCEA\.‘»ETT\.‘

W) \[U\/_fLLt Y

/\t
Y

rs115185703; g.41837530C>A; example of the onIy HBM woman carrylng the varlant.

doz0 om0 doa0 Los0 1060

Tt T G T E T 6 s T T 6 T A A KA CT e Tt At At A e T 6 C AT T EAT e T s T 66 AT o

Fragohs 1
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e S N Y S
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I’8570754792 g- 4183617QG>A example of the onIy LBM woman carrylng the varlant.

A G AGG GG CTTTAAAGRAEG GECGATCCGSGTGTECTECEGESECTEGGAGATETE CAGAECECTEGTEEC

A C A5 GGG C T T T AAAGKRDALEGGGC G ACCECGTGETETCGG6CTGEGAGACCAGAECCTGETGEC

W

rsl7886183 9.41831706C>T; example of one HBM woman carrylng the varlant

(E‘JAAEAU"
(e A h Ao hoc

Dol v

£ A a6 A6 C I A6 c ¢ &

rs17885979; g.41831307delC; c.*1404deIG, example of the only HBM woman
carrying the variant.

SOST_Fragl_ 1> =
w s0st_bajo_exoni_db. il

e
T:(t:"
T

A G C A
A6 C & cccT

el ) 180 . 180 200 . 210 220
P Transiare P Consensus CTG6¢C LG GACTSG6GTCECGTTTTTTTGGEC ALATTECTTCECACGTEGGACTTGTCCALL
S09T_3C. 2641 1>576) [T 6ca6o6AhcTOGGTECOGTTTTTTTOGGCAATTCTTCCACTGEGTGEGGGACTTOGTECCLAEA

w305T_3C_HBW_3E.abl{300403)

. P ..,_.'\ At . n LY
s A N aszo A v o AN LA A AN AN A YWY

rs566556646; g.41831153C>G; c.*1557G>C; example of the only HBM woman
carrylng the variant.

340 930 90 340 950 9
b-n.unutv"rt ATDA(‘AATDTTAATATTDCTTTATDAATTAACADT[‘TDTT‘:TT[‘E‘ADADTE‘(‘
ajority
AOIT_3C, v (L q At A AT O T T AATATT O CT T T ATGAMTT AKLLCEA T 0T T T T €

76)
- S01T3C AN - heabi(15a06) ¢

Mmﬂtﬁmuw M /\a/mzuu WWM

Supplementary Figure S3. Examples of DNA sequence chromatograms from
various individuals, each containing one of the SOST rare variants described
in this paper. In all cases, the variants are in heterozigosis and are signaled by
arrows. In the case of rs17885979, which is a heterozygous deletion, the whole
chromatogram to the right of it is affected.
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Supplementary Figure S4. Boxplots for the nominally significant associated SNPs rs55710688,
rs2908004, rs142005327, rs2707466, rs17882143, rs1569198 with LS-BMD or FN-BMD.
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