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Custom-made phantom corresponds to the pregnant woman

Artificial fetal skeleton
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(B) stk

JRREDIETIL, HPP o JF K 2SRk IEH:
# A ALP (Tissue non-specific ALP;
TNSALP)% =t— R4 % ALPL &=
BERETE L IC K 5< Z &, TNSALP (3AF


https://hpp-keihatsu.jp/

ik - MG - BRI R RSB L. AR
B 7R BEAHING X A FIRR B B %= 1)
THER -« Bl - HRIC 72 % 2 21T D
Wk~ 7z,

I bz, HPP OF7- 2 ERTH HE A
JRALBEE D A = X 5 & KE L.
TNSALP OiFMER TIZ LV EEETH LA
JRAGILEME E r ) VRS 71
ERMLCHRAKILEREET 22 & B
AoV AARE OB & B AR DOREE %
HlebTEBZONDLZ EEFH L,
BAKRAEFE I LD, AT LEIC
EHEFicmicE EE570, LIFL
X B vy MRE/ RIE 2 5 & 29
ZE bR L, FEENEER ST
RAITRD BN D EX I B6 AT
WA DFRIE A B = X LIZHOWT b [KfE
LUEM Mo %I B6 B REH—/1
-5'- U » fE (pyridoxal 5'-phosphate;
PLP) 2 i g B P 2 2 5 7= DIz iT v
U K&+ —/L (pyridoxal; PL)~®D iV
VL EINAMENRSHDHZ &, HPP 2k
WL TNSALP OJEHEETIZ LY PLP
Mo PL ~OBLY U ENEE SIS T2
. ifnH PLP fE25 EH L Cifi PL i
KT L, N PLP ORZ & &=L TV
NARIEZRZSI SR Z 28 LT,
S 512, HPP (21T 2 F s R 7% 23 &
AV NEDOERARZITHED ] EHE & D
PEREICE S ZEERHE LT,

(C) 2k

ZW O TIL, ZWoORA L FE LT
HPP oWk 4 7 L, ALPL 85710
ERARBEA IR > TND Z EERH L
77

& 512, HPP 21T 2 iR 22 AP R

[ZOWT, FIREEEICLY, &
FERBEOEAKES - < DREFE
b BE - B - BRI R %
RODH L, EEMNEECIIRSE O
EWR A KA - RARERE - /S 7
g EFRO B AL, JEPEM BT CIIE
ARKAEEFEIZHE VA LN TIERVRE
B A R AN RFEY THES S0 RE T spur
EMEEN D BMERDOLIGELH D L
FLIRATIE < 29WERE 2L » BiimD &
K% 5ut4 (tongue of radiolucency) 72 &
g2 &, ALY < BIRERE A b A
R, BHEEESRUMGA 2ok U2 AER
CIXEEE B X B CHRTE IR S A B
TOLand s & RAMO HPP B4
WZRWTITEST - BRI DR
GBI - yEHr (Looser’s zone) « JEER!
KERE B/ EOFABRBOOND Z &
Lo, 72, BfiAEz Eicen
Vol hLsyw AdDEFM (calcum
pyrophosphate deposition; CPPD) (Z X
LRIMEAIRICERO DAL HH T &
. DXA X MRI, RH#ZK D7D DIEIR
ERRAEOH AEIC SN TE K Lz,
MARRBRAFT L OREIZ OV T H E &
D, FRIZITE ALP EOFHN 217 5 LT
B ARE R OW TR, i ALP &
PEEIZAERSIC L E&B L, HERIIC L - T
HERDT20, MEMEOFHmOBRIZITZ
DL a2BIAICE LER DD, £,
i ALP fEDOK TiX, HPP LIStZH &
FIERFERTHEO O, L& xiE, H
RIS REIR TIE R B AR . MR R ZIE
RV TRV LRZIE, AT 0A MG
72 ULy ALP fEOIK T 2 5 5575
b5, 7. EDTARZ = B, =2



fi7e & 2 ERRIBCIIHEHEC~ 71V
LI ERFL— S bH=oHIZ ALP {E
PEDRIEMENARDE LY IR 7o T

LEYH, ZhooZ Eafi# L, HPP %
& O BRIZIE. ALP OJIETHEEEATV,
Fio. ALP {EMEICHEZ RIT T Hk~ 7028
KOFWERSDLERNSD D Z & Zik~
2o £ BETIZ 2N E T, MmiF ALP
il o W E I B AR KA S8 S
(JSCC ) BHWHHN TE =2, BHE
A RVE L EBERE L2 D 728, 2020 4R
4 And 1 EE20F T, EEREER LS
HREE (FCC E) AR ShD Z &
ZEL#k L7z, IFCCEIZ X5 ALP JIEfE
1% JSCCHEIC L 2WEMDK 1/3 L7225
1, IFCCHEIZ L B WEMEIX, /NGE ALP
EEL GURIKTIZREVIKESE 20, IR
AL ALP %2 < Gt ORI Tl
LVEEERDZOTHEREZET L L
SUNSAN el

ALPL & FRAEICOVW T, T &
BAR TR E R & CITh VB s T
DFEROBEFRDOBT & T 5720, LLTFD
KO BNEEFTTH LT,

HPP i3, s8I ChiuFiiR G & X%
AT, AT R B2 AT RE T Hh
DA, IfiE ALP [EOE Fix HPP LISk
H I FEIERIRREICMED T2, HREDK
EHREV AT, Bohortv) s
DI=DIZ, ALPL BiaTRENHELR S
%o W"MEIZEBWTIL, HPP 2D 7=%
D ALPL BAR T AT PR RE 272 > T
BY., NTIELETFHRARRETHRAED
T TWD, JEFEH EAER CFL AR 72
COHEGER! HPP (d@E ., &Yk
() B E R L, W7 LIS

755 (pathogenic variant) %439 5 7HKE
BEAEHL LATEE~T v G K TH D,
—J5. JAPEHIEMERL NER R AR

R R 72 & oER HPP (236 T,
WY AR S YE (R BB A T 5%
Wz . A7 LIV DORSRHIE B A A
% e R (B B e R
A UIHET %, HPP TILHAEZRITT L
b EBEL R YRS E () AR E R
ThIUEHEILZ —HF o7 Lvic~T %
B4 DRI (carrier) TH 5, RIA
Flxiwd, WIERZ2, fiE ALP fEIK T
75 E DAL FRIRE L LIZ LIEER O i,
FUCITRMZER ZRBD LG5 H 5,

— 7, E YA e (R M) BB R T
ESNDRT VE~T a7 i3, £<
D354 dominant negative /EH 24 L. %
AR (IE%) ALP OfEAHEST S Z &
\Z X v HPP 2 %JE7 %, ALPL IR T D
FRIZE B ORA F T EER OB INE B
GENDT-0. ALPL (RIS Rk
SN TIE HPP Ll ns:
VN, TERIBAREL - AR DI R SRS
#i L7z HPP [ZERT IERZ A L TV
D52, ALPL 85T ORI B
M E UL HPP LfgER2Wi s b, 2h
£ T, 400 28 x5 ALPL Ein 1A RN
HPP oiiRl & LTRIESNTEY ., Zh
>DOEHRITT7 Z 2 2@ Dr. Ethienne
Mornet (2 K-> TiHEE I TW5b ALPL
BRTFT - R—RCEHESL TS,

2020 5 HRETIZZDOT —F_X—2A
\ZHERE ST 410 OFFIZEFRIZ SOV T,
I RAB U REEN 71.2%, /NS TpREN
11.0%, A F T4 2 VERIN49%, F
v ATERN 4.6%, /NS AR AN



3.4%, K& 7 ]RI/EENR 2.9%, FHA/
RIS 1.5%, I DAY 0.5% &

o TR, BEOIHI5%NT—r
AT TR PR TH D, AARAD
HPP 2 & w T X . ¢1559delT
(p.Leu520ArgfsX86) & c.979T>C
(p.Phe327Leu) d 2 >0 AN &4 |2
M &n b (Michigami, et al. Eur J
Pediatr, 2005; Michigami, et al. Calcif
Tissue Int, 2020), Ziv b DA TS T
THREN2L, BARNICHAOERLEE
AHND, BARNTESHENSGD
c.1559delT (p.Leu520ArgfsX86) 28 H 1%

e %)@ﬁs%‘z%fﬁﬁﬁéhé%{/ﬁef\
EEAIZIEERICEE L TWD, AARA
D—REMIZIBNT, —HFDT7 Ltz

DERAEFT HREE T 1/480 A & HHL
BRI VB CIEAET 2 2 L A ST

W% (Watanabe, et al. / Hum Genet,
2011), HPP & HANJER] 98 4 % 5t 52 &

U 72 A2 O fRAT CUk, BN & W

c.1559delT B3 & & & F 7ol TRt

SN7=A3, c.1559delT ZE R OB EHEESIK
18 44 134, i E B RERZ 3 FH S T,

Z Ot i, EEBIEERL 45 4 T,

ZDHH 18 4(40%) 7Y ¢.1559del T 25 5
DFREEGETHY | 22 4 (48.9%) 13

c.1559delT 2R L D ER O E~T 1

AR TH 7= (Michigami, et al. Calcif
Tissue Int, 2020), TEMEA 1 ZT 72T LK
L CW5 c.1559del T & B DS m 2

L3 HARAND HPP (2B CJHEPEHI B E

BRLNEHATHDL EBEZBND, BAR

AOHPP T2 HIZEWHE Tl s h

% p.Phe327Leu Z8 5413, JA EM R &

iR < B LT\ 5, Bl o B A ASER] 98

K m kGl LTt Cid, A PR R
22 4> 95 6B 20 4 (909% ) »n
p.Phe327Leu LD ERDEE~T mtk
AR THoT, WIRFHEDOFIZH
p.Phe327Leu LD ERDEE~T mtE
BT H DIEF R E ST,
p.Phe327Leu Z8 RAKITm\WRAHEM 2 A
L, 2OZEnZ Wﬁ’i’ﬁ?‘éffﬁ'
BAFRAEMTRICHST LT D LR
N5, 7=, p.Phe327Leu E;@@iﬁgiﬂ
FIV T & HANHPP IZHWT, st
TIXE N A PER BRI 2 W R e
STWNDHEERXDLND, T2, RIUE
ROMHBEDEEATDEFIBNTH,
FERDFR SZIFFHF T OIS ST R 5
nd, £/, ALPL B FIZITZAH
<OMMBATND, EAHE = — NiEk
» % A L L T ik . p.Serll0Ser
(¢.330C>T)., p.Argl52His (c.455G>A).
p.Asn170Asn (c.510C>T), p.Tyr263His
(c.787T>C), p.Pro292Pro (c.876A>G),
p.Lys422Lys (c.1266G>A), p.Ala514Ala
(c.1542T>G), p.Val522Ala (c.1565T>C)
REPMBNTEY, 7 VBRENT
260655, TibHIXEEZ benign
variant T& Y . HPP O EEDJEFIC :ifa:
5720, ALPL B8R T-HAER R OWE
R 2 BRI, M éi’L’Cb\
variant 23FAZ S (pathogenic variant)
ThodrO0, Zivk b2 & oiEER
benign variant 72 D 7>, fEFRT DML ED B
Do 1o, BT LIWICOBRIEHIE RS
HENTWDIHEITIE. O RPMENE
(FEME) AR ChE HPP ORBETH
HAREMEDN & D03, SPGB AR CTh
NIERREFETH D L EZBND,



(D) 5%
TRHECBIT 2 A Tl 2015 020

AN ST BEFR ML OV TR LT,

PER I BAT I T & 7o b vk (8 7 1]

FE A SO FL YA AE L2 o3 2 PRI A B

BANT T B B =Em LT

IIMSE/PRIE D R TE, 1T WAL ﬂTét

2 IV Bo FE AR AR I

T2 BEIAVEHHOTRIE %Aﬁﬁﬁ

BRI 2 ARG, R B A

EVFBEICBONTHREVEETH D

DS, XHERITEIR O B CIXEAE/ O LM T

BIIBD THRRETH D Z &, £/, LAAI,

FLIRA HPP (x4 2 B BER R0 R A

HPP |[Zxt4 % PTH #5233 5 7=28

ZHRIXRER ThH -T2 L Zm#E LT,

5T, ALP EERMAE 7 AKL —E

TINVT 7PN, Rax T NZ A h~D

BRMEREL . TARE—ET L7 7%

BRI TRV ALP BERTEMEZ#ER T 5

ZENTELZ E, TARE—ET LT

7 AW BER M ST OE ALY E

PEREERSCIL IR O A m PR ITRE <

gL, E/NRBE LIS E LTZERIR
R TIET ARZ—EBT VT 7 OFK5IT
BARAOUGEEIZIMZ T, 6 4T
BB T 5B TEERES CHAQ (VNEfERE
PR E) % VTR AR R R 2 ok
LicZ e EEFA LT,

F 72, HPP OHFHEFLIC OV T H D
L., OB R B 2 kT 720
WNRERHC X 2 EHEN MBI D T L
I ZEfE A 4R & B JEITE RIS L 0 KGRI
TSN DR E CEfE L & n R
AT 252 8. Fk BRI LT
FERMEDORIE - FEERRBOES - RAFH

SAEE

WSO EEDOIKR TR EEZ BB E LT/A
RFEwOIEN MTONDZ &, TNET
X HPP (ZkI9 2/ Nt O A 1T R
WHERS>TNHZ L ETH L,
(E) I ATA KT

ZOHEHA T, B LRHEE L 2019
FIZHAPNRNGW D Web HA b

ETAB L HPP 29N A K74 1C
DWTHEERL LTz, AR A FT A ME
RO HIY) & RERIZOWCREE L, 21 A
DI Y =hNy T AF a3 (CQ) & HESLE
XEER LT, BRI A RT A DR
22N, BA/NRNSG 2D Web
YA FBELOMinds BE A A KT A 27
A7 TV 7 2ER LT,

© HPP 2ZWro7=® OFiHl ALPL 25 D5

FRFEE SINE i aPAY )

AT HPP A5V Ef] CRIE S H
TR B OBRRERFAT 24T > T2, JEBINIE 29
ﬁﬁ@\V4/~ﬁ%kﬁ%% LN &ﬁ
AERRIZ R0 RS R R B IRk & 2
SN, EEIE O MR T ALP
filins 52~59 TU/L (JSCC ) LK T L TH
0. BITECEEHER OBEEIL Ry o T2
RPBRARTE ) =T IO LA HRD
7=7=%, HPP Btbiviz, T S#EE TR
TR TIToi Tz ALPL &5 TR OfE S,
HHRD p.Gly82Arg /7 L aE~T o8 B
MEIE S iz, SIFT, Polyphen-2, CADD
Z M7z in silico fEHTTiX p.Gly82Arg I3
damaging & HIEINT=23, ENET TR
YL EE (B M) B 5P HPP O REEHE
T D DHE GRS M) BIsME HPP
DIRRE TH D ONHA LTI, £
Z ThHME S IE p.Gly82Arg & H A



TNSALP 8.7 7 A I R&E#EE L, COS-7
ARUCEE FEANTHZ LR, REHR
KON AT /o7, Y AX TR
y P B IR EREEOREKND
p.Gly82Arg 28 A TNSALP O &E HE %
B L OIENEASD A DR S LT3, 1
PEIZIREERICKDR T W, £,

p.Gly82Arg 7% %71 TNSALP & %7 A4 Y
TNSALP O LR BLFEHR O KR 2 6 |

p.Gly82Arg Z8 HAI TNSALP (X KX |
AT 4 TEMERT D2 ERHLNTR
D ARBEILE Y A (M) B AR
HPP OREHF TH D LI SN, Zhb
ORI E L THRELE (Kato M,
Michigami T, et al. ] Bone Miner Metab

2021 Apr 5. doi:
10.1007/s00774-021-01219-0. Online
ahead of print.),

@ HPP »gepiuiz N THHaR D ALPL
Bl

HPP M&:bii= N TH#fRE 2 Flico
WTC ALPL Bn T 24772 o 72, 1 Bl
DT p.Phe327Leu A & p.Ser368del
BEROBEE~T v #H#GKTH D Z L 3T
L7z, AR L72 X 912, p.Phe327Leu 2 5
XEVVRAFTETE A A U, JEE BRSO
MR 72 & T 1% BAT 725 R & B L T
Wh, 2. b9 1 FHZ OV TIER
c.1559delT /7 Lt ~T a R0 L )3[E
E Xz,

D. &%

HPP I3/ EEBTHY | Fio, BERHA
FeR LB A S5 F CILJE EE I EER O
2] & FLIRBL DK A RN L LT
Tl R A AT 5 ERSCH R E AR

ZD 72 CORBRTH D, Fo, WK
0 SERSCHEIE ISR & D 72, HPP 0%
WrotaR, BHICBWTIZZED Z & &2 a
WCELS BENRDH D, BERMFTFIEDEAIZ
) BIRBRE OB A, IR HE S
T EF R HSL HPP %A KT
AVEREL, 2019 IR LIz, ZOH
A RTA L OF TR, AHEEOHECE
IZOWT b atdk LUER & 29 % CQ
THH, pEEEHIZET S CQI4 A D
DWTHERE L L figfi, =7 A& LTH
W SCHRD Y A R &2 LT\ D, 2
BEICKZREITA RTA o 2FRSITIER L
TW=72< 7=912i% HPP 1B LT L vt
M 7s R A R 2 LER B H A, K
PREB ORI AW - TR S 2 2 10 AR
EORIZKRELS B LIz, HFESE
WICERD % 2R ST A IR EL & 42
UhZENfEIng, o, RIS
EDMERRT D BB TANT R BER T A M,
Do T I EEAT L7 DITHHRELIHI
BN T, LT LHIEMEITE R,
Alal, #FFESr R 1% HPP ERIEH Web
YA REERT DICHT20, BEESEN
H OERESCIR A L TIHERINET D &
0 BRI ORI R FEB L LT, R
HAAND HPP IZRHEE) 216 S & AR
MO LRI, RE. W, T6HR.
IRITA BT A B LEE D fERIIC
R T D 2D I L, ZOEREH
Web 4 MIBETA K74 L OFLHNE
ZHfise L. HPP OB OE O LIcH 57
5 EBZZ TS, R, FLIRRNEEY R
PRI Y HEIETHH Z &, M ALP fED
P OBRICERE TR E A, BIs 2R R
DFFIR 72 SOV TREMICffR L7, #iB



ZWHEROMIRIZHOWTIE, K7 Lk
~T aERNEE SN AL E DR
P (B AR Ch X HPP OREE T
&L AREMER D D2, BT ERTH
NWEREETH D B2 HND 2 & At
L7 £72. ALPL 2134 < D% (benign
variant) WNEIET D720, FDOY A bt
i L7c, ZnbofFiiL, HPP fEEE Tl
7RVERFI2Y HPP L 5R% S, AL EE 7R TRE
PITOND Z L ZSDITHELHDEEZ D
N5,

F 72, HPP HAEGRAE O LISV, ik
NHIFIE & & 2 B DIERINZE S LD &
INTTp o> T&E To, RizWi > HPP Sl 4 fife 52
W2 Z SIFEETHLIN, A7 L
PET m BROBIRFEE S L6, fill
L7z X 9 cH M) HPP OfRKE TH 5
e L H D, Lo T, ALPL s
DI FRLAE DT HPP JEEE TITR<
ALPLERTAERICHPPIZAET AIER %
fEH G HPP EF L2 hb Z &
ZJEENT DB B D, AIHIFESE HPP 0
JERITERMEICZ LWz, BET T 23
REHWTRIF b2 BT 4 TEROH
2Rt 5 2 LIXAERARERE R 5 5,

AlEl, HPP % & o7 R B IC T
N T & 2p o 7 g ot LT ALPL #&1s
T AT 2 AT v 1T i o v TR
p.Phe327Leu Z % & p.Ser368del 2 # D
T aEAKRTHL LR LML,
p.Phe327Leu (ZIEEWERFIEER H D Z &
Mo, RIRITAEMT% BRAFCh - 7o ATtk
N5, FHCRNICHT 5 ALPL B85 T4
BIFBUED & Z ARBEEHIC 72 > TV
N, WADRIEY A7 @& BBy v
U IR EE LN D,

E. fim

HPP OJRHERLRZ M, TR, BRI A R T
A 7 EIZBET D i h 0 R 7 R A
ORI E LT, REROBFRICHED
% E R - B RHE G 2 %l 5 & U7 HPP IS
# Web ¥ b (http://hpp-keihatsu.jp/) %
TERk. AP L7z, & Web A &N A
RIA e EBITIEMTLILITLD,
HPP (Zxt9 % EHRAKEO 2 ER Z2m EA3
WP Cc&E 5, £72, IyF ALP EOIK T A 7R
L7 NJEBNZ W T ALPL 8152 T
L VAT e 28 BN R E S T35 E 1T,
(ML) HPP OREHRE TH 500k
(M) HPP OfRKNFE THh 2 O E EEITH
Wi a0 ERH S, S5, HPP o FEEME:
W DI R IR D ALPL &5 TR IZ, &
fGh o) o TITERRERE 2D,

F. {EREfEbR

ML
G. W3k
1. FSURER

1) Kato M, Michigami T, Tachikawa K, Kato
M, Yabe |, Shimizu T, Asaka T, Kitagawa Y,
Atsumi T. Novel mutation in the ALPL gene
with a dominant negative effect in a
Japanese family. J Bone Miner Metab, 2021,
Apr 5. doi: 10.1007/s00774-021-01219-0.
Online ahead of print.
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BAG BB R R e (R IR B BORIT7E2E)

FREERICZY T DRI - AR B RR O BIa -2 Er O

it S 7l R A K OV i

A

W IIE 52L  FERZFHRFE HEHR

WREE

AR I IAMIEIC I W TREGERI I B R OB A 2 Wi B3 D IR & %
DEAHAT > T 7.
BRREEIIIEFICHDN L EOBBEFZMOEREEHRT 52 L HRPRETSH 5.
F72, %L OHFORIKER T OBEFORE (D006-4) NEBINEINZZ L b H
0, DLTOMESR—RADOBBFIREHEE N Z TE72. L LR bERHEROR
KR IR BILICED Z L b H D, IRE L THEMA RS 5 \VITHFFER— A THE
fi L CWABIIREDR T T 4 TITHIFE L TWD Z ERE. FRICHFINEE 4 & s
172 NIV ZARTT T 2R =R O NIORRF I AR I E R eI Ch 5 b, MR 2R 51
HIzo TIIYBRZOBRST 2R ELEE L7225, & 2 CHIFEE IR YY) L 0 R
THRMERIER AR L2 ETa—F 0 32— b LTEER, FRIRENRDKR E Bk
SiE, 2MaZ—5 U REE, e ERERE S V— 7, SIRIKE RIEAE, BB
JE, KRR T 74 —PRERE) IZOWTOMEBRHZ B L T2 T/,
AAEFE I 2019 AFEO'H RFRE B OEFE S FEIZ A bW CREET — 2 X— 2|2, ITFEOBIRFN
FRAS O R BRILEL DB A o TR IS 2 72 P — A TRlRER B fn T2 W H 2z
THMEMEZED T, 72, BEFZ2ECNZ TEEZEbL S0 a—T 1 32— b LI
Pk T o CTE T

7 b & TR T

A. WFIEEM
BREEBOBLGZH) A NOT v 7T B. WF3tJiiE
— b & S AR OF A A ke 3 5 & [RIFEIC ZIVE TITHERR LT B R B OB AR

BEFZEIONZ: CTRBZFZEDca— WBREDT — & X— XN I TV DHF




FeR—AD T R MERO R EIT O LA
REICAREE I SN TZEER—R
(BERIO K/ Jibi 7 Rig & & &Te) THE
Jiti FTRE 22 AR F IR OB MAZINE L TH
bETHERDOT v 75— &7 H . AFEE
X COVID-19 /X272 v 7 D= I [HEE
EAOHE EERNEPRETCH S22
\Z3CHk & B Web DT —# _R— 2 DR
WL o TIHRINEEATIT - 72,

fREHR RO DRBORAICH L TE
DIEARFHIRANZ BT 2 H A AV )
2p L NS EIRETR (AR AR T D, F
7=, BIEFHRAEZ T TR EgRZH LS
Wiz —F ¢ F— k& BWEARARE] e T
THLZEHLAEDLETITY.

(f i~ D B &)

TENAE 72 &2 EHER O DI TIXRWzD)
BE - 7 T4 MIBT 2RI R EE T
VBTV, ZNENOMREOEHR
FREFICEBE GRS 2 I3 T R2K %
MPE, BRI E R A TN L 720 B ICRaE,
fENT 7 R ORE 25T a v bl feln g
WEARZD.

C. Wroerkst
2019 FEDHEE S LT —HRX—A %
P72,

42 FRBREIZ DWW T T —Z R_R— R 3P 7=,

RGBT 461 FERD 5 HLEMEE TR S
TN D 425 D 437 i fx+ & L7= (2020
4 A ORESCRIBRINERNT 10 %) . FRIC
REMRIFEBTH LR EBERSE, 20 =
77— CRERE, EEERIEROE 7 L —
ThREERE AL V) AT —, R
WOE RICRUE, BIRARIE, KR 7 7

A —VIE &G Te Abnormal mineralization
group, ([ZOWTIZLA T D X 9 2K 2 fE 4L
L.

ZHER: . 1. FGFR3 group (Thanatophoric
dysplasia type 1 (TD1), Thanatophoric
(TD2) ,
achondroplasia with developmental delay
and acanthosis nigricans (SADDAN),

dysplasia type 2 Severe

Achondroplasia , Hypochondroplasia ,
Camptodactyly, tall stature and hearing
loss syndrome (CATSHL))

#fs1 : FGFR3

FH¥EN— R 2 iR

WHFE~_— & : A W=

R : 2. Type 2 collagen Group and
similar disorders (Achondrogenesis type
2 (ACG2;

Hypochondrogenesis ,

Langer-Saldino) ,
Platyspondylic
dysplasia Torrance type ,
Spondyloepiphyseal dysplasia congenital
(SEDC)
dysplasia (SEMD) Strudwick type ,
Kniest dysplasia ,

SED with metatarsal

Spondyloepimetaphyseal

Spondyloperipheral
dysplasia ,
shortening (formerly Czech dysplasia),
Stickler syndrome type 1, Dysplasia of
the proximal femoral epiphyses 72 &)
#f5F : COL2A1

PA¥EN— R 2 X

WHgE~_— 2 : 1 =

& BB . 9. Cilliopathies with major
skeletal involvement

| Chondroectodermal dysplasia



(Ellis-van Creveld)

Bfs 1 : EVC, EVC2

PHIENR— R 1 gk

MFFER—A 19

#f5f : WDR35, DYNC2LI1
PASEN—Z 1 72 L

e _—2A L

| SRP type 1/3
(Saldino-Noonan/Verma-Naumoff)

i# {5 1 : DYNC2H1, IFT80, WDR34,
WDR60, DYNC2LI1

PASEN—Z 1 72 L

e _—2A L

B Asphyxiating thoracic dysplasia (ATD;
Jeune)

i = +
DYNC2H1,DYNC2LI1,WDR34,TCTEX1
D2,WDR60,WDR19,IFT140 ,IFT80,IFT1
72,IFT81,IFT52, TRAF3IP1,CFAP410,KI
AA0753

PASEN—RZ 1 72 L

WFFE~—RA 2 72 L
TTC21B,CEP120,KIAA0586
PAEN—R ¢ 1 fiigk

WFFE~—R 2 72 L

B SRP type 2 (Majewski)

1B = +
DYNC2H1,NEK1,IFT81,TRAF3IP1
PAEN—Z 1 72 L

MFE_—R 72 L

B SRP type 4 (Beemer)

iR T : IFT122,IFT80

PAEN—R 72 L

MFE_—R 7L

BSRP type 5

#{&7 : WDR35

PAEN—R 72 L

MFE_—R 72 L

B SRPS unclassified

Bfa 1 : ICK,INTU,FUZ,IFT43,WDR35
PASEN—Z 1 72 L
MFE_—Z 72 L
B Orofaciodigital
(Mohr-Majewski)
#fsf : TCTN3
FH¥EN—R 1 R
MFE_—Z 72 L
M Orofaciodigital syndrome type 2 (Mohr

syndrome type 4

syndrome)
#{sT : NEK1
PAEN—R 72 L
MFE_—Z 72 L

| Cranioectodermal dysplasia
(Levin-Sensenbrenner) type 1,2

B = +
1FT122,WDR35,WDR19,IFT43,IFT52
PAEN—R 72 L

MFE_—Z 72 L

B Mainzer—Saldino syndrome

#f5 1 : IFT140,IFT172
PASEN—RZ 1 72 L

WFFE_—2 72 L

M Axial spondylometaphyseal dysplasia
B{=¥ : CFAP410,NEK1
| Thoracolaryngopelvic dysplasia
(Barnes)

Binf : AB

Z R, : 21. Chondrodysplasia punctata
(CDP) Group

| CDP, X-linked
Conradi-Hiinermann type (CDPX2)

dominant,



#fs1 : EBP
PSR — A 1 2 fifigk
MFE_—Z 72 L

| CDP, X-linked
brachytelephalangic type (CDPX1)
5T : ARSE

PAIEANR— A 2 fifigk
MFE_—Z 72 L

B CHILD
ichthyosis, limb defects)
{57 : NSDHL
PASEAR— A 1 1 fifEk
MFE_—Z 2L

B Keutel Syndrome
B . MGP
PHEAN— R 1 1 Jifiak
MFE_—Z 2L

B Greenberg dysplasia
s : LBR

PA¥ENR—R 1 1 iR
WFE_—Z 72 L

B Rhizomelic CDP type 1
Bi& ¥ : PEX7
PHEEN—R 2 fii%
MFE_—R 2L

recessive,

(congenital hemidysplasia,

BERE : 25. Osteogenesis Imperfecta and
decreased bone density group

B Osteogenesis imperfecta, nondeforming
with persistently blue sclerae (OI type 1)
#f5 1 : COL1A1, COL1A2

PAFEN—R 2 X

WFZe~N— 2 @ 4 ik

B Osteogenesis
lethal form (OI type 2)
#f5 1 : COL1A1, COL1A2

imperfecta, perinatal

FH¥EN—R 2 iR

WFFE~_— A @ 4 fiigk

Bfs1 : CRTAP,LEPRE1,PPIB
PAENR—R 1

WFFE~_— 2 @ 2 fiigk

M Osteogenesis imperfecta, progressively
deforming type (OI type 3)

#f5 1 : COL1A1, COL1A2

PAENR— R 2 fifiik

WFFE~_— A @ 4 fiigk

i = +
IFITM5,CRTAP,LEPRE1,PPIB,SERPIN
H1,FKBP10,TMEM38B,BMP1,WNT1,CR
EB3L1

PASEAR— R 1 1 iR

WIS — A« 2 fik

#E{=7 : SERPINF1, SPARC,TENT5A
PA¥EN— R 1 X

WFIE— R ¢ 2 X

B Osteogenesis imperfecta, moderate
form (OI type 4) (Note: In adults always,
normal sclerae)

{5+ : COL1A1, COL1A2

PASEAR— R 1 2 Jifigk

BFFE~_— 2 © 4 Jifigk

i = +
WNT1,IFITM5,CRTAP,PPIB,FKBP10,SP
7
PASEN— A 1 1 fitiak
WFGE~_— A @ 2 Jifi g%
B Osteogenesis imperfecta with
calcification of the interosseous

Bis T : IFITM5

PE¥ENR—R ¢ 1 gk

WFFE~_— 2« 2 Jifigk

M Osteoporosis—X-linked form



{7 : PLS3
PAFEN— R 1R
WFFE~_— R ¢ 2 ffiik
Bfs 7 . MBTPS2
PASEN—RZ 1 72 L
MFFE_—Z 72 L
B Osteoporosis—AD form

Bia T : WNT1

PAFEN—R 1R

WFFE~_— R ¢ 2 figk

#fs1 : LRP5

PASEN—Z 1 72 L

MFFE_—Z 72 L

M Osteogenesis imperfecta, other types
a1 : CRTAP, FKBP10, LEPRE1, PPIB
PEENR—R 1 i

WFFER— 2+ 2 fiiak

M Bruck syndrome type 1 (BS1)

#f51 : FKBP10

PHA¥EAR— A 1 AR

e~ — R @ 2 gk

M Bruck syndrome type 2 (BS2)

#{x1 : PROD2

PAER— R 1 fitiak

MFE_—R 72 L

B Osteoporosis-pseudoglioma syndrome
s : LRP5

PAEN—R 1 72 L

WFFE_—2 1 1 fliek

B Calvarial doughnut lesions with bone
fragility

s : SGMS2
PAEN—R /2L
FGE_—R : 7e L
B Cole-Carpenter

dysplasia  (bone

fragility with craniosynostosis)

#{s7 : PAHB
PASEN—R 72 L
MFE_—R 72 L

M Cole—Carpenter like dysplasia
B{s7 . SEC24D

PHEAN— R 1 1 fifigk

e ~—2 L

M Spondylo-ocular dysplasia
BsT : XYLT2
FAER—Z L
e —2 L

B Gnathodiaphyseal dysplasia
#f{sT : ANO5
PASEN—Z 1 72 L

e _—2A L

| Ehlers—Danlos
spondylodysplastic type
BsT : BAGALT7
PASEN—Z 1 72 L

e _—2 L

B Geroderma osteodysplasticum

{57 : GORAB

PHENR— R 1 gk

e _—2A L

M Cutis laxa, autosomal recessive form,
type 2B (ARCL2B)

#{s 7 : PYCR1

PAEN—R ¢ 1 fiigk

MFE_—2A L

B Cutis laxa, autosomal recessive form,
type 2A (ARCL2A) (Wrinkly skin

syndrome,

syndrome)

Bis1 : ATP6VOA2
PASEN—RZ 1 72 L
WFFE~—RA = 72 L

B Wiedemann—Rautenstrauch syndrome



{57 : POLR3A

PASEN—Z 1 72 L

MFE_—Z 72 L

M Singleton—Merten dysplasia type 1
Bfs1 : IFIH1

FAEN— R 1 1 fiak

MFE_—Z 72 L

M Singleton—Merten dysplasia type 2
B{5f : DDX58

PAEN—R 2L

MFE_—Z 2L

B Short stature, optic nerve atrophy and
Pelger—Huet anomaly (SOPH syndrome)
{57 . NBAS

PHEAN— R 1 1 fifiak

WFFE_—2 72 L

% B B : 26. Abnormal mineralization
group

B Hypophosphatasia, perinatal lethal,
infantile and juvenile forms

{57 : ALPL(TNSALP)

PA¥EN—R 3l

WFFE~_— 2 @ 1 fgk

B Hypophosphatasia, juvenile and adult
form

{57 : ALPL(TNSALP)

PA¥ENR— R ¢ 3 HiR

WFgE~_— 2 @ 1 fg&

B Hypophosphatemic rickets, X-linked
#{sT : PHEX

PAER— R 1 fifiak

MFE_—Z 2L

B Hypophosphatemic rickets, autosomal

dominant
Eisf : FGF23

PAENR— R 1 fitiax

MFE_—Z 72 L

B Hypophosphatemic rickets, autosomal
recessive, type 1(ARHR1)

B{5 7 . DMP1

FASEAR— R 0 1 iR

MFE_—Z 72 L

B Hypophosphatemic rickets, autosomal
recessive, type 2(ARHR2)

#{s1 : ENPP1

PAENR— R 1 %

FIE_—R 72 L

B Hypophosphatemic rickets with
hypercalciuria, X-linked recessive

s : CICN5

PA¥EAN— R 1 %

FFE_—R : 7e L

B Hypophosphatemic rickets with
hypercalciuria, autosomal recessive
(HHRH)

{51 - SLC34A2

PIENR—R 2L

FGE_—R  7e L

HVitamin D-dependent rickets, type 1A
B{sT : CYP27B1

PAENR—R ¢ 1 g%

FFE_—R : 7e L

HVitamin D-dependent rickets, type 1B
#is1 : CYP2R1

PAENR—R ¢ 1 e

FFE_—R : 7e L

HVitamin D-dependent rickets, type 2A
=7 : VDR

PA¥EN— R ¢ 1 gk

FFE~—R 72 L

B Vitamin D-dependent rickets, type 2B



BAT A

B Familial hyperparathyroidism, types
1-4

#1571 : CDC73, GCM2
PASEAR— A 1 1 fifE%

MFE_—Z 72 L

B Neonatal hyperparathyroidism, severe

form

#fx1 : CASR

FAEN— R 1 1 %

FgE~_—A ¢ 1 figk

[ | Neonatal

hyperparathyroidism,transient form
{57 : TRPV6

PAEN—R 72 L

MFE_—Z 72 L

B Familial hypocalciuric hypercalcemia
with transient neonatal
hyperparathyroidism
{57 : CASR
PSR — A 1 1 ik
BFFE~_— 2 o 1 Jifig%
| Calcium pyrophosphate
depositiondisease (familial
chondrocalcisnosis) type 2

{57 . ANKH

PASEN—Z 72 L

MFE_—R 72 L

B Cutaneous skeletal hypophosphatemia
syndrome

Bis 1 : HRAS,NRAS

PA¥ENR—R ¢ 1 Mgk

MFE_—R 72 L

BB, - 33. Craniosynostosis syndromes
B Pfeiffer syndrome

#fis T : FGFR1
FAEN— R 1 1 %
FFE~_—A ¢ 1 ffigk

#fr1 : FGFR2

PA¥ER— R ¢ 3 HiiR
FGE~_— A @ 2 fifiak

B Apert syndrome

BT : FGFR2

PHHEAN— R 3 fifiak
WFFE~_— A : 2 fiisk

B Craniosynostosis with cutis gyrata
(Beare-Stevenson)

B{57 . FGFR2

PHEN— R 1 3 Jifiak
WFFE~— A : 2 filigk

B Crouzon syndrome

{1 : FGFR2

PAYENR— R 1 3 fgk
WFFES— A : 2 figk

B Crouzon-like craniosynostosis with
acanthosis nigricans
(Crouzonodermoskeletal syndrome)
#fs1 : FGFR3
PAEN— R 1 2 Jiak

MFFE_— A 4 WFIEE

M Craniosynostosis, Muenke type
#{s1 : FGFR3
FAZEN— R 1 2 fifiak

MFFE_— A 4 IR

B Antley-Bixler syndrome

#Efs1 : POR

PSR — A 1 iRk
WFFE~— 2 @ 3 g%

M Craniosynostosis Boston type
LT MSX2

PAEN—Z 1 72 L



WFFE_—Z 72 L

M Saethre-Chotzen syndrome
Bs7 : TWIST1
PSR —A 1 fik
MFE_—2 0 72 L

B Shprintzen-Goldberg syndrome
5T SKI
P3N —A 1 ik
MFE_—Z 72 L

B Baller-Gerold syndrome
Bi57 : RECQL4

PAENR— R ¢ 1 Jiask
BFFE~_— 2 1 Jifigk
B Carpenter JEfERE

Eia T : RAB23, MEGF8
PASEN—Z 2L
MFE_—R 7L

B Coronal craniosynostosis
#f5T : TCF12
PAEN—R 72 L
ME_—R 7L

B Complex craniosynostosis
#{s+ : ERF

PAEN—R 2L
MFE_—R 72 L

JREGBRAR T 238 B 2370 B R TR B OBAR T
ARSI PEEE_— A T 295 THH, HFZED A
THEERGZG A 14 HETHY, BFF 309
HHAMNARRTH .

AFN 2 EFE D BRI 71T T L Eifg
P EOTa—T7 4 x— b EBKED

- AR 103 14

D.

A
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