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Pachydermoperiostosis (PDP) (Z#5 11 2 BBl R 2 M D FEEWFF X2 THTH 5. HT#R
(FDDISTHED SFEMERIILI-ECH. RMOIEENFES HWMFELTHER - FIRD
tRATHHERARBOWEL. BREALOWELL S MBRROHWBORENHLE-
TRALCHMEKBERRETEEAONA-. ThER(T. §E. PDP LN OREERKEREE
THIRBELT, 48 TRRLI-EDH TENLTERNTH D38 7 R O T8 1E R B IR R
MIZHBEL. REEREZROBBFO[UERE TS LA, BREEOHRERE
Li-. TORKRBRUREERZRTIXEROFALTEN - EQFBEOEDARORBRYE
1t-HAOMB DML IRV TH o=, TLTIHDIE PDP OREEMEHET S8
RTHY. BEERERIZTOREZMHT ., BN, BREEOHEE . MHBRKOR
DR EHERENTRETH S EIEN TR,

A BEBEM
Pachydermoperiostosis (PDP) {Z 35317 2 il [El#=tR 57 R D
RAWFIILTATHD, MEFEDOHIZEIC ThEER
REFBE OFFELARRR - MAEER 875 - B L D RIZHR
WHEBEAER D b, MU EIRR IR B DI R R AR R
BB EL TV AR EEMED RIS LT, E72, BT (D
DICTHED 8 FEFIERIL LA, RMDIEE D FE
A3 AHFFLLTIRIR - ITIRD LR R THD B M R3
DL | BIFRBRMED R L\ D RIERR OHFED T A
HVFEoTHELRBRRETER T LB, Zh
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WBC 6,900 /ul (Baso0.1%, Eosinol4.8%, Lymph25%,
Mono7.5%, Neut51.8%), RBC 486x104 Al PLT
39.8x104 /ul, CRP 0.1 mg/dl, , IgG IgM, IgA: EEH#E
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Pachydermoperiostosis f8& £ RN SN HPGD REFEERHEORHHS

MERSEE R Kz BIRBTERAR L I—BERER BE

MRES

ATFEICTIT o7z I 2 B A 1 51 SE2 BN D ICB UL TR REREMN S mRNA
ZHHL. cDNA A5 HPGD BIEFERDBHERHA 1=, HPGD RIEEFa—F 1o fllsE
FU 3'FA—TAUTRBRICITH—IER 2T (SNP) (XEE TS, oA EEMESE S|
ERITIUENFRENDIEROR LR BEN AT,

HEHARE

BALL GRSk (B AW EMEAR o2 — B W)
¥B RiE(EIRWERHAR L 2—ERTE)
BN — (i L) S s mF)

A BFREM

Pachydermoperiostosis (AEJE4 7 & B HEE. PDP)iZ
FERADBREBHUEEREBTHD, TOREHERITERE
EEE, B, X RS R E R % 2REFROE
Bl HLEDLNTALYY, 3 EEDHLIRERMEERRE R
WE RSREROERITIX, BEIEHER EEDREH
B, MRFEHE AR RMEE BAEIJE | (primary hypertrophic
osteoarthropathy, PHO) VW FEFRAS VB, 2 IRIEAE
RieE BIEREL XIS, 2008 4, Uppal & V4% PHO
O RAEEF R XY HPGD Bz FIZEREZ RHLZ, 3
FEET T HEFOERBMON TS, HPGD (37 nzs s
TV B2 RBEREa—RLTERY, ZOWMEREIC
X R FPIZKED PGE2 EEFET S, MEERET 411
B A& ANEFIIZH1T5 HPGD RIGFERERET 5720
 ICESRERFIREE (A —E) I ARG F 2N
VAT LERESILICD, 2R AR ARbT1HbLE
BERNESR2IT, SEIX, =0V Ay 712858
ROBEEL RH 7212, CGH array i X U l#
#AH> SR U7z mRNA % RT-PCR HIC LR EILIZ,
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41 RBHELVHABBON, EFITELEY 3 E1K,
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AWRERIC IR B RELE,

TV B DREDEELZRIET 579012, HPGD
fRIKD CGH array 147U 7=, 7'u—71%, HPGD #1f=
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Agilent u—7%F _XTHERL, IBITFFA) 7T
r—7 &L T, Agilemt #1HERTDHAF LT LAREHC
ES%x, LREBEANOTo—T 2 BRI, RELLT
T—71, 4x44K DNA~AZ7ua7 LA EIZ, Agllent 7
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e NATVF B —Var | 2R v LB ERFERE 5
B Z TV, 7 — Z#HT X Genomic Workbench
(Agilent) IZXVEB ., KR LZMHT LT, Reference IZi%
HapMap ™DNA (NA19000: B4%) % v iz,

B AL A LY RNA #itH L (RNeasy Mini Kit,
QIAGEN) . ¥ &z 5 BERZ A\ T cDNA ZAHKL-
(SuperScript [l First-Strand Synthesis System for
RT-PCR, invitrogen), & 1 DI (K IYRIZT 54
v —%ZREL. PCR RIZTHIESR, BEXKBICTRS:
HEL, KERRIBGFEETHH MR LI, /-, BigDye
Terminator v3.1 Cycle Sequencing Kit (AB)Z VTS5~
/WL ABI3130x] Genetic Analyzer iZ THZEEFIZREL
e,
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2)RT—PCR%
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HHHTFARENS PCR ICEVHEIBS LS DNA BT ORE
ERUTRLTVWS, Z2E 1 flic oW T LY
HL7- mRNA % iV T RT-PCR #5120 cDNA Z & B L.
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FRAREGFOFEEEZRRLE ¥, SRITESZEMT
JREREFFRRICETZ0,
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1) HPGD Bf5F mRNA IEEEIF

agaacgctca
ggcttgacag
tgcacgcgcg
gcggagctcg

acggcaaggt

tttggagagg

gggggcaggt
tttcectecece
cgcgcgecagg
cccaccgccc
ggcgctggtg
cgctgctgct

gacacagtcg
gcccactggc
ggggcataaa
gccccagcag
accggcgegg
taagggcgcc

gaatcttgaa
aacctcagaa
ctgagagaca
tttggtcaat

tgcaaattaa

tacatgagta

atctttagca
caaagcatgg

cttatgaaca

gcaggtgtac
gactctgttc
cttttagaaa
aatgctggag
tttggtttct
agcaaaatgg
ggactcatgc

catagttgga

agtgtaaagc
atccagtgcg
agttgtagac
tgaataatga

gttatcagtg

HERERESE

tgggttcccc
aggggagcgce
agccgcggcece
tggctgcacc
ctcagggcat
aaggtagcgc
tgccctggat
atgtggctga
cactttggaa
gaaaaaétgg
gaacctatct

ggcatcatta

ggcgggcegcet
cccgccgggce
gcgcggagac
atgcacqtga
aggcagagcc
tggtggattg
gagcagtttg
ccagcaacaa
gactggacat
gaaaaaactc
tggtttggat
tcaatatgtc

aggtgaaggc
ccgttgcaca

ttcacacgct

gcagccggtt

cagcagcgtt

gtggtgtgag

cacagccatc cttgaatcaa

tagaatataa
gacccaccat
tttaaatggt

aggactatga

ggatcatatc
tgattgccaa
gctattatga

tacaactcca

gtgttagcca
tcttecatttg
cttcatgcac
gataaaaagt
tgtaatcttg
tattcaatat
atattaatgt
tttaaatcaa
agaggaaagc
ttatatacca
gagtagtata
tcccagatga
cactgttgat
tctgctcact

tagctgaaaa
aatatagctt
ttggtgataa
tatgaactat
atagtctaaa
tctgectttce
tcttcagaac
accagatgta
tacttaacaa
tctttcaact
ttttgggggc
aaactgctgt
tcacagttca

ttaagaactt

actgaatgcc
ttgaaaaaga
aaggatatga
tggattgata
agatcacaac
tttcaagcaa
taagcacaaa
ttaaatgaaa
acgttttcta
taaaaatgtg
aaatgatcaa
agaaagtgta
atcattttaa
aaacactcac
tgacaaatat
gaacatttca
agtcaaggaa
atggaaaaat
gcctcctatc

ttaccgactc

atttgtccag
agaaaacatg
ttaaatacta
acactcattg

ttctaaggga

aaacccaatg’

tagcttatat
tgttacagtt
aatttttagt
atgtggacca
aacaaatgat
tttatatctg
aggagatact
atacaagttc
ttcacaataa
gttcttccaa
taaactacag
gacagaaagt
tgggaaagac

caaaaatctc

tattgtgctt
ggctgctaat
gctttgttaz_
ggacaatata
tggaattttg
aagatgatgc
attcattttc
éacagcttat
tcagatccta
tgaagttttc
taagtatatg
aaggctaggt
tttcaaggaa
tgcttcataa
tgaattgtta
atactttaaa
taatttttac
gagcttctta
tgtaaacata
aactgattga
atttctttcc

aggaattaaa

50
100
150

200

250
300
350
400
450
500
550
600
650
700
750
800
850
900
950
1000
1050
1100
1150
1200
1250
1300
1350
1400
1450
1500
1550
1600
1650
1700

1F

1R

2R

3R

4R

5R

6R

TR
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cttttaacag ttacagcaat aaagaatagt tagtactcca aaaatattat 1750
atttaagatg ctcaacaaga aaaaaatgca aatgtaatat ttttttcaaa 1800
ttacttcttt attgacttgt ccaaatttca aaagtgccta cccttcaata 1850
aaactttttt attctgatct ccataaatta cttagtcttc tatgtatagc 1900
tatcaaggaa ataaaaccaa ttttgccaca gccacaactg taaatgtttt 1950
tgtacccatg ctgaaactca taacaacaca gacataaaaa tagctgtgag 2000
gttttgcttt ttttgttgtc agctatctta agaatcatta aatacacctg 2050
ctttgggtaa aactctttgc aagcagtaat taacactagt aacagtgaaa 2100
gcacaagatt tccaaatcag tcgttttctc aaaaaaatat cgtataagtg 2150
actcatcctg tctgctaact ccagacctcc cagcttgaag ccaaatcttt 2200
ccatgtgaga ttgatatgga tttcctagaa gtactggaat gttgtcatat 2250
cttgccctat tttaattctg ctatagaaaa caattgcctt cacttttaag 2300
gagtaatttg aatattaata actctggtct agattttcat ataatgtatt 2350
aaagacaaag tagtgaacat caatgaacat ctgatagaga taaactgtaa 2400
tcaggcataa gcttgtttgt atgttctggc agtgactaat cagtaaatga 2450
tgtcggtttg cccagtatca cttatcttct gtatttttcc tctgtcgtgt 2500
aaatagtata accttttcat ttatggacaa ttttttggac tagtagcctt 2550
caatatacat tctgctttga attaattttt tcaaatcaat aaattatgta 2600
gacatttaaa atcaaatatc aagtagaatt gaaaaatgtg agttacataa 2650
gttaaaaact tactttaaat cttaccttct ataggtagct ctaaataaat 2700
tcatatggtt atatggcatc tctggtgtat actgattgag aaaataatta 2750
aactgaagtt aggggagggg aaaaaaaaaa aaaaaaa 2787
2) HPGD J&{5F mRNA A
5/ {8

1 2 3 4 5 6 7

e

1F

o €« < €
1R 2R 3R 4R 5R 6R 7R
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X1 HPGDE{sF mRNA (2787-bp)

1) HPGD &{sf mRNA HEHALF

XY 1~ 7 CHEICH T SRFIEMNT TRLTS PAts=a N % . ik Fr%& Tl
PCRIZMER L7277 A4 ~—BSEh 5 & REI TR LTz,

2) HPGD {5 ¥ mRNA &R

T VIBLEOTY V7 OFFRERL#ENS L —CRLE, £/, MEESITRLETFA4Av—DLEZ
REDOKRHI TR LK,

L 1 2 3 4 5 & 7

X 2 RT-PCRKBIEE
Agilent Bioanalyzer2100 DNA1000 ZfER L 7=,



