BASBRFMAERFNE AR ERIEEE)
SHEFRHREE

HPGD B F D ESH TS ERODALE

HAND2 MORF4 FBX08 KIAA1712 HPGD GLRA3 ADAM29 GPMEA
| ] | | | | | | B | 1 | [ x
% & < P % ) e rrmsercamen.
l |
174.6 Mb 177.0 Mb
32 kb
1 2 3 4 5 6 7
(B B B = B == .
1A>T  175_176delCT 232 241 418G>C 577T>C
ML  L59VfsX8 delinsCA A140P 5193P
V78QfsX11

g1 F4E Mk HPGD EFHEDBEEFHEE, HPGD BEFROER DR
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EEFBFERREMESE EREREITRMEER)
SHEMEREE

HPGDBIEFNDPCRTSAT—NDEH

Exon Forward Reverse product size (bp)
1 GCTGGCTTGACAGTTTCCTC CAGCCTCAGCTTCAGCAARAT 381
1-2 GCTTGTTTTGTTCCGGAGTC GAGTGTGTGGGCAGAGARAAT 573
2 TTGCTGAAGCTGAGGCTGT TCTTGCCTTTCTTTCGGTTT 487
3 TCCACAAACCACACATTGAGA CCAGCTTTCTGTAACTTCCCTTT 419
4 TAGGCAAACCCAAAGAATCC CACATGGGAGCAGAGACATC 552
5 CCTGGGGAGGCAGAAAAA TTTATTTGGTTCTTTATGTGATCTGA 514
B TGCAGAGTTCAGTAGATAAGAGAAGC TGCTTGGAATTTAGGCAGAGA 748
7 TTGGAAGTAGCAATAGTTTAATGACA TCACCAAGTGCATGAAGGAA 403
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BAFBHFMERMHNE (ERERBRRTFREE)

SR HEE

®2 M, RETORESSLO E2 BEE

pg/ml
control1(blood) 28
control2(blood) 11
control3(blood) 20
control4(blood) 15
Case #1(serum) 30
Case #1 (urine) 128
Family, case #1(serum) 29.5
Family, case #1(urine) 65.5
Case #2(serum) 83
Case #2(urine) 2940
Family, case #2(serum) 215
Family, case #2(urine) 179
Case #3(serum)
Case #3(urine)

68160
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Pachydermoperiostosis(OMIM#167100), 2)
Primary hypertrophic osteoarthropathy
(OMIM#259100), Z D 2 DDA ITFIR Sh B EEI
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— clubbed fingers
— Perisotosis
= cutis vercitis gyrata
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BAZBRFHREMNS ERMREERIFEESE)
SRR EREE
®2 VHOELY
@pachydermia (RIZRER 2 &) | QOFEIR. WMENR, WB. S9E, *Arthritis/Periostitis, »§ « +ZHRIFRS, #THIC
HJB &7\, HHinot described, $monosymptomatic form, Box : &R (BEMMEIEREEE B2) | RIERE+ L BfiLk+%
RBDORy 7 ATRT,

triad
w3l B BAE 2 B ows BA BA - B X R R
case# agel B 7ig xR (8 h f B verticis BB @9 *ﬁ B o8 m &
Gﬁﬁ)% B pgyrata @ dx %
%020 15 M =  pachydermoperostosis /-bag -~ +  + - ND# + ND ND ND ND
00-01 15M - pachydermoperiostosis 138 + + - - ND + - - =~ ND
0-26 35F + - pachydermoperiostosis mono$ - + - + ND ND - ND + ND
90-113 39F - BEAXEEESHE Fe® - o+ - - ND ND + + NDND
90-11.2 . ES TR ) MO WD + + ND ND |
80-10 ) 20M +  BREEXEEES N o e + + = ND ND ND
-03] 26 M + SBERANEERES ND L - ND + -~ ND ND
so-111) M4 M+ EXEHEDE TeE o+ o+ - s ND ND + + NDND
%0-00 | 29 M  + . pachydermoperiostosis A28 + + ND - =+ + ND +# ND - +
90-13 { 21 M+ pachydermoperiostosis 28 + + - 3 ND ND - ND ND ND
90-17 | 26 M 4+ . pachydermoperiostosis F&8 + + = & ND ND ND ND ND ND
80-16 | 26 M+ pachydermoperiostosis ND + + NOB o4 * ND ND ND + =+
90-071] 286 M -~ pachydermoperiostosis 5228 + + MO 4 ND <+ 4+  ND+ HND
0003 3I0M - HFEEBETREEE ND + o+ = s ND ND % + + =«
0007 | 22M -~ pachydermoperiostosis ND + o+ = e ND ND + :+ ND ND
-1z | 36 M - BARERREE F28 + + = s ND ND ND ND - ND
004 | 58 M - pachydermoperiostosis 2% + + ND o+ - + ND ND - ND
00-11 § 33 M ND pachydermoperiostosis ND + 4+ MDD+ + ND ND ND ND ND
oo-08 | 26 M - pachydermoperiostosis ®2E + + - . 4 ND + NDND -~ -
90-2529 35M - Ea%demogeriostosis ND .. T + + ND ND - =+
90-07.2 M - dermoperiostosis JT2: + o+ o+ + ND + - m m +
80-251 37T M - pachydermoperiostosis ND + 4+ * + ND ND ND + =+
0016 27 M ~  pachydermoperiostosis ND + o+ o+ * ND ND - 4+ 4+ =
80-15 31 M+ pachydermoperiostosis g% + + 4+ + + ND - + =~ 4
00-15 18M - pachydermoperiostosis 5828 + + «+ + + ND ¢ + ND ND
90-28  28M - pachydermoperiostosis Se2% + + + + + ND + ND - ND
00-24 30M -~ pachydermoperiostosis 5228 + +  + + + ND ND + - ND
80-142 40M -  pachydermoperiostosis ND + 4+ 4+ + + ND - ND - ND
90-02 26 M - pachydermoperiostosis E2H + + + + * + - ND -~ ND
-2t 29M - pachydermoperiostosis 8288 + + 4+ + ND + - ND ND ND
90011 27TM - pachydermoperiostosis E2% + + 4 + * + ~ ND ND ND
90012 39M - pachydermoperiostosis 582%! + + + + + + - ND ND ND
%0-26 26M - pachvdermoperiostosis SES® + +  + + + + - ND -~ ND
w14 26M - BAEEREARERE R2E O+ o+ o+ + + + = ND - ND
9-18 61 M - pachydemoperiostosis E&E + + + + " + =~ ND ND ND
141 31 M -~  pachydermopenostosis ND +* 4+ & + + ND -~ ND - ND
0018 17M - pachydermoperiostosis SE2H + + + + + ND -~ ND - ND
0-04 29M -~ pachvdermoperiostosis FE2® + +  + + * ND ND ND - ND
00-08 50 M - pachydermoperiostosis 28 + +  + + ND ND ND MND - ND
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BAFBRENTEEMES EERPREBRRITIEEE)

SHEEREE
#3 BERENOEZER - TEOHEE
EEERIREY Se£ 8 (N=19) TLEI(N=16) Z D fh(N=4) P value
F (/o) 32 30 26
31 (M/F) 19/0 15/1 2/2
REERE 1/19 (5.3%) 8/15(53%) 1/4(25%) P=0.0024
clubbing 19/19 16/16 1/4
periostosis 19/19 16/16 4/4
I EIETR VNG 19/19 0/10 1/4 P=4.99E-08
pachydermia 19/19 14/16 1/4
fER. b 15/15 5/7 0/0
B FiE 8/8 5/5 2/2
e 4/4 4/5 1/2
BB 2/15 7/9 1/3 P=0.003
=11 2/13 3/8 1/2
B-+-BES 4/4 4/5 0/0
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