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Supplementary Legends
Fig S1. The symbolic manifestations of patients with
pachydermoperiostosis.
PDP patients with thickening and furrowing facial features (a),
periosteal thickness (white arrows) (b), severely swollen knee joints
(c), typical digital clubbing (d), and acroosteolysis (black arrows) (e).
a and b were from patient2. ¢ was from patient4. d and e were from
patient8.
Fig S2. Comparison of 10D in gastric mucosa of PDP patients
and controls.
IOD, integrated optical density. SPSS13.0 software was employed.
Data which were normally distributed were expressed as mean *
standard error of the mean (S.E.M.). Statistical evaluation was
performed using Mann - Whitney U-test to differentiate
non-parametric means of different groups. IOD of IL-6, TNFa and
RANKL expressions in gastric mucosa of PDP patients (n=8) were
statistically higher than that in the controls (n=4) (* p<0.05, **
p<0.01).
Table S1. The primers of coding regions in SLCO2A1 and
HPGD.
Table S2. Comparison of IOD in gastric mucosa of patient2 and

patient3 before/after treatment.



IOD, integrated optical density. Data were expressed as mean *
standard error of the mean (S.E.M.). IOD in gastric mucosa of
patients declined after them receiving the celecoxib treatment.

Table S3. Damaging effects of variants detected in
pachydermoperiostosis patients predicted by online software.
P, patient. N, the variant has been reported. Y, the variant is

reported by us for the first time. WT, wild type.
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TableS1. The primers of coding regions in SLCOZA1 and HPGD.

Target =orward primer sequence(5'-3" Reward primer sequence(3'-5")
SLCO2A1 exonl gaatctcctccggecact ggctccggcagacagaag
SLCO2A1 exon2 cactgggccacatatcacag ctgttacccggcagaaagag
SLCO2A1 exon3 ggagatggagacccagaagg gcacactttcctgaacaaacc
SLCO2A1 exon4 caggaaccatgtcccatttg acacagctgggaggtaatgg
SLCO2A1 exon5 acaggtgtgggcttatcagg cagcagcttgttcctcacag
SLCO2A1 exon6 cctctgggaagaccaatage tggaggtctcctgatccttg
SLCO2A1 exon7 ggaaatgcaggtgctgtttg tctgctectactgtcccttac
SLCO2A1 exon8 ccctgtggtottgtgtge ctgactggaaggacaggag
SLCO2A1 exon9 gcctggcaagcagtaaattg tgcttgaacctgggagaatc
SLCO2A1 exonl0 aaatggagagatgccgtgac cccagggtagggaggtagag
SLCO2A1 exonll ttgcccaaacagtgacagag cctgcaatgaggagctcag
SLCO2A1 exonl2 tagagcattcagcccaggtg cctcaagcaatctgggaaac
SLCO2A1 exonl3 gcccgtgtatctccactctg tggcccttcatgttctcttc
SLCO2A1 exonl4 cctgettccctacagctttg gggtacacagtggcccttag

HPGD exonl gctggcttgacagtttcctc agtctcggagtgtgtgggc
HPGD exon2 gtotgtttattgtttgtccgtc acgttcccagttgacagattg
HPGD exon3 cctctcatggcataggacatg gtttccatgactccaagaacc
HPGD exon4 gtattccttttctcacttatgc tgaagatttgtttttgtggtcc
HPGD exon5 gagtttcacaaagctatctgg tgagatatgacggttgttgtag
HPGD exon6 gaaactgctgaaacctacaac ctgtataagcttatttcttccc
HPGD exon7 cacatttccctataacatgttc agctatggctaacacataagc




Table S2. Comparison of IOD in gastric mucosa of patient2 and patient3 before/after treatment.

10D (Integrated Optical Density)
(MeantS.E.M)

IL-6 TNFa RANKL
Before treatment After treatment Before treatment After treatment Before treatment After treatment
patient2 0.1642+0.0459 0.0646+0.0104 0.0989£0.0166 0.0088+0.001 0.1565+0.0008 0.0195+0.0017

Patients
patient3 0.1279+0.0328 0.0634+0.0136 0.0639£0.0158 0.0227+0.0110 0.0929+0.0279 0.0334+0.0119




TableS3.Damaging effects of variants detected in pachydermoperiostosis patients predicted by online soft wares.

Family Gene Patient Genotype Protein  Novel Mutation taster Polyphen2 SIFT HSF
. \ Disease causing Probably Damaging Damaging B
P1(Figlall-2;  c.1106G>A P-G369D  N[1] (Score >0.9999) (' Score:1.000) ( Score:0)
1 SLCO2A1
. " Disease causing Probably Damaging Damaging _
P2(Figlall-4)  c.1106G>A p-G369D N (Score >0.9999) (' Score:1.000) ( Score:0)
Disease causing Probably Damaging Damaging B
¢.1106G>A p-G369D N (Score >0.9999) (' Score:1.000) ( Score:0)
2 SLCO2A1 P3(Figlbll-2)
Disease causing
€.1807C>T p.R603X  N[2] (Score:1) - - -
Disease causin Broken WT
.941-1G>A p.? N[3] using - - Acceptor
(Score:1) Site
3  SLCO2A1 P4(Figlc lI-1)
Disease causing
c.1771C>T p.R591X Y (Score:1) - - -
Disease causing Probably Damaging Damaging
c.1406C>T  p.P48OL ¥ o re>09999)  (Score1.000)  (Score:0)
4  SLCO2A1 P5(Figl dil-1)
. . . Damaging
Disease causing Probably Damaging g
€.1602C>A p.N534K  N[4] (Score>09999)  ( Score-0.984) (SCO;;E.0.0
. Disease causing Probably Damaging Damaging
5 SLCO2A1 P6(Figl e ll-1) Cc.611C>T p.S204L  NI[5] (Score >0.9999) ( Score:1.000) ( Score:0)
Broken WT
? - - -
c.96+4A>C p.” Y Donor Site
6 SLCO2A1 P7(Figl fIl-4)
Disease causing Probably Damaging Damaging
¢.1069T>C  p¥Y3SH ¥ iore>09999)  (Score:0.999)  (Score:0)
. €.310-311del N Disease causing
7 HPGD  P8(Figl g II-1) o1 p.L104Afs*3 N[5] (Score:1) - - -
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