EREREISZESN
BRAEBOERIRT M

A RBOFHEZERI D=

EE/5 L5 RRREERS > I— Bltyy—E FBEE JE5h &4

BRERRICITE TEDRMREN ). —BRIFERATBETYT . TN RHASZHICIBERT AN

EENF I SRR CIELIUERR G ZE T2 EN S RRIN B UWVEFIEASNET .

CC TR BRERELCEL BRI TR —EDREND A IS HEEC ST B RAEREREZE) L1,
NG ERRFI R CEGRMRZMEHLET . o AJSTEECRHHBNSER - BRREZHE

TREEBICMRRELTEREEEDSN TV AISEEBRESAIC OV T BRIZEICES

FTORBEBNMLES

AJSEEESELIT HEENHHS LUEG
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O POET A S ST SERUR TR «rorerererrorereresessssssesessssesessssesesessssesesenes 6
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AJZHEEEIHLIT HREDIFHS JUER

1 FeRMEHESIHERMAE (Spondyloepiphyseal dysplasia congenita)
BR AREHRLESEORREECTHD. A RHICEOUENOERBOEII DN . FENDNSSFEIIELZEL,
BADOBRICIIENHS,
BN EIRERRAT R | 238, 8RN 25N  REEER (WK (A.B) £ 3N R] HICAREZEHT .

BEARSIVR-BEEOSHELG L  HETRBIJEFLR T BICOBNEEHT B EECHERRIBH
(ECBRER) BEZEGHULPT V. ANAEERIERE TH D,

NG EGRAR SIS E. SREERALAEOBREEN #5N 5. KERSESHEZOBLIHEEL.
NRBEEZT 3 (B) . ASN'EEADEHEIHEE TR A A NS W (FEEBLEY) A (C) A TIIR T RIRIETRER S
1323, BRI DIERN 53,

LAOZAEREEERNT B ECEBERBEIDA IR oot

LAJSEREN ABLE) F HERE S ABUDRREIT 5. XIRFTR T BV F A EIRE TEIANAREZ  AE SRR
ZETBENB Vo TILFATEIREE CIIBIENTENFDILAK . FFIEHN BIL D RIEHICBERP AT ZHEDIT-BEFRE S
A GELFIRERETERNT 5.

A EEHR (6% R) - ARREH IR ERIEES R,
B. il PR IEEIR (67%. 1) 1 BRLARKRS LU KEEB R InZ PIRBEEOBImZO B LEEZRH 3.
C. BHAER QR L) HEFTTRI BRIV VRN I RRICIFHIN TH .



2 KniestZRRZREEE (Kniest dysplasia)
B R ABRERIESR (100~135cm) %2 U. TSRS ET CEII D,
BREAEIKERRATR | 8R035, TREHS LUBHRER GETHEOBEHRN 5N 5. FREDERMBEEEEZEL .

BEARSSIVIR-BELENSHELS E  EEDRIELN. LREFEI &SNS TR, BRI, ONE.
KEBIABE - BRE . OFH. #RR 2 5HIT 5.

SRR EIRER R : 5 2 HIREHERS 1 TSR ICTEIR R (coronal cleft) 2536 % . BHEF AT - EAREHIILALLE
REHEMFHN TRASER Z2E129 (AB) /NEHAICIKEREIEDBLIHELEL . A TIIEENFEX TS (C).
REBDY UNIVRERAHHEN TS S,

AOZEFEEERT B ECEBERBERDARA IR sttt

HEECIROERDE P T VECBDREET D EDTFRHRET UNIVRREEBNMFHE T ARRKRZHSIRE
LADZPEEEDERIICERTH S,

( 75 [ A.B.
A N\ B TgE. BRMRIT2345
S IV = SRIRMAR (3580 2) Al
EABALREHE
BREPEERDS.

C.

il A B B LE R (227%
Q) KERBEOEXE
HNRBZFRDH B,

3 SticklerjEfRE¥ (Stickler syndrome)
BRIBEVESROLBERHER.HIC. BEERNAA5ND,

ERANFERERARPRR : EAEI ORI BN NBRICAHSN D RREEDER MEREEENE LD B RIS RS
ZHECT.RABROERRBERENE<LES,

BEERPIVE-BELENDSHELE /NBHIC(/NEEEEDREEEN B D. OBH(E25% THAS
N3, 0 REERE. A REAAEGEZSHURNT O #FEIFEIRREEBI(TEINT 5. AINFEEIIEE TH D,

SHENLERFRR  BEHNSPEEDRTHE. KIS A1 SIRAFE. SchmorligEia S DBEHEEZR5D3 (A) .
M REB TIIEFIRIBDILA (metaphyseal flaring) &S EEEIIEEAT S (B) o

AOZYEFEEERT B ECEERBERDARA IR ottt

BEFTREIRDERA BT WVWEAHEERT S,
BHENSEREBEEDHAZE. EELEBRGEH.
LAOZBEERLB S,

A EHRIER 5. B) ( BEDRFHEAIRTE,
B. @ FEIEEIR (5i%. B) - BEIREBDLA (metaphyseal flaring) &
RAEiEAZERD B,




AJZREEEHLIT HREDIFHS SV ER

4 ZEMEB R Metatropic dysplasia)
BR HERBICEANEERIMESRTHIN  HREEHICERER (RAIS) METUTHRREREICE(LT S,

BREABRERKRFRR : NVROBNEZR T BT 2EREEZHAEL CHERBICHERCBRIEN BB,
MU RBEEIDIfEE A GE TN BERET . REHEERE S EZEL S,

BEARSSIVIR-BELENSHELSE  EETRBOBHEREFEBRORENHS5ND. REDREME
PEEEH 35D

HHENGEGRIR  BHERTHOETEORAIZSIAA5NS (A) . REBJEML. BRIRIBOBMNILALLE
I U NIRER DR (B) o

AJDSHEREEERI TS ETEELEZHORT b

REIEC AN RELIT 5. ETHEDBRERICED
FEERNOELI M TH D BEEZRIEIL
FAEREE(EER S,

A EHERIE(R (2%, B) | BIEA. SRR THEETER 2202,

B. W MXIEE (21%. 55) 1 BER. T > NIVRD TERRES .
AEBIFEICHESN

5 BitERIEERME Kozlowskii!
(Spondylometaphyseal dysplasia Kozlowski:SMDK)
BR ARERUESRERD 3.

BRAENEERFRR : U R OMEEER BRER. TRER (9 ARE) GERERLEN BN T
»H 3o

BEERSSVIR- B ENSHELG E  ERER T RPEOEHELD B,

NG ERR  RTHOEEIE< AR EEREDTIBRTZ (A) . REBBFIHRIISLA (flaring) «
HEEOAEZ5253 (B).

AJSHEREEER TS ETEELREZHORT b

BIETHBE AN ELTS. ERE [
B CIRPEDOSHEN I VR
DLADBHEELFRL D,

A. SHEAIER ()\VREA. B.Kozlowskif) :
AIBERMEAU-ZBRLRTHZRD 5,

B. FIRIEER (215%. B. Kozlowski#l) :
BAEIDEEA S FEE DA EZRDHD.



6 {BEERS TR RMAE (Pseudoachondroplasia)
BR BERBICEEREERED  STHIBEN SHEERIEGRICES.

BEAEINEERFIR EIECTHEELGN/ ARBRN A 5N 3. FEEEIE R HE (B EHIR) LS (SR Em B A
LA

BERERSIVR-BLENDSHELR L  ERIFERT. waddling gait (BHIZHSEHT) H&5ND. BIER
B DEHAEFAME LY,

HENEIRAR | BHONEH 5N 5, RFH CHADRIS EBIRZZH R (anterior tongue) M FHITHS (A) .
FEOEEBRFELIEL JEEHEHL HAIIK (bullet shaped) THh . REF TlFBmMN/INEL BEFIHIFEN LUV (B) .

AJSHEREEER TS ETEELREZHORT b

HEARI S DEIRRE T FAERBFCHELT 5o

M EREESRTHBERRIERE TERRUSN

DEFHENDBNCEREN ATSHEEEBRR D,

A BHRAIER Q5N A. Q) I OBSRBHE R
PRI T B0

B. @ MR IEHE (2%571 8. %) 1 Bimld& < BERRIIBALEL.
AEBIFEICEES.

7 Dyggve-Melchior-ClausenE#ZRE (Dyggve-Melchior-Clausen dysplasia)
BR 1 REHNSHSERRESREGY  RIRERE100~130cmiZECE 5.
BN EHERPRFR R © SiRI020. SAEEH . B, SRR, IR ET R IR S 2R P T L.

BEERSKIUVR-BLENSHELGE N\ ECHELERZZEL. BB CH3. PEEHNSEEDHNEE%
5. BNEEHTHIAS5ND,

FENGERFAR  BERORNRALL — R (lace-like appearance) MFHINTH S (A) . BHE(E
hEEDRFEHZEL. AIHE TRV LDZAKRDHEAEZR (double hump) 25383 (B) . REE CIIBIRERM
HEETHFICKBREEDELITELET B,

AJSHEEEERI TS ETEELREZHORT b

LAOSFERENARE)L S HERE e e 1Y
XX R CHBLLT B2 L SIS
EHEDEDN T FAEIRBEIERL S,

A mRBIENFEIR (8i%. B) IEBEROL —XRR &
KEREIEIOIERERD B,
B. BHAIER (87%. B) :double humpZE Rz o7

Alquraishi AS, et al. Cureus. 2025; 17(2): e78881.
(https://creativecommons.org/licenses/by/4.0/)




AJZHREECHLITHREDIFHS JUER

8 EBFRMEHEIHERRRAE. XGESH (SED tarda, X-linked)

BRIXGEHEBM (L) BET.BRICKETER. FEHLURICHRERIUESRZET N EER
BEUV

BR2SNEIRERRAR R  iERI0E T AIZ RS B R EE CER B HEN 5N 5,
HEARSSIUVIR-BELENSHERE  BEREER TREREZEREEL.

NG ERFRR L \TEICSHA S IBOBRE DRI CHAFIRRDIBAN 5N 5. FEHRIIHFEH IO
ETEDBER U (posterior hump) 7937 57 T HRIHANHEINTHS (A) . KERBBIEBHZDEL M ERT

LOSEECERN TS L TCEELEZMORT M
HAERF A& posterior humpH 5 Tl EBIRA
EETERRUMNDEHEN DBV EREN AT
ZREEE(ERGD,

A BHEAER(BA.B) 7917579 REREZRVAIRED
BRUEREH.

O RaEmstEiEZ -S> Bt Fin B &R R AL RAE (SEMD with joint laxity)
BRESRSSUV IS HE EETH5.

BREABNERFR/SEERS JUR-EGEOSHIEL L 15 REAR ONE T84, e, IRk
RUEBE)E 2T B, KERIROSN < HRRJETI 2. ETHEDBERER LB (A) . FR7 F1 A NEEE
293N H3(B),

IBFHNBEIRR R SSERR. BEDOSEIHlaring N ALIREICHSN 5. BB EEHRIIEZ<HA5N S,
FRIBRCEIBRELZRDDIENH D,

LADSREELERNT 5 LTERLGEZERORT b
LADBHREENARE )L FHEIRS & B ICRIETHED
HENBHIRE R Fo BERA RSN T THE
DENFERHNEILD,

A 2EHFEERR (1173 %)  ZSRCETAEZRD 3.
B. i FRIEEER (7% Q) ‘ BEOHRREBHAEEZRH B,




10 2R S ER A Multiple epiphyseal dysplasia:MED)
BR YWELNOEREREETIH EERDIEEF-3SD~EREETTEHRL TH D EREMBEFERE TH S,
BIABRERRATR 1 TRER G/ ARE) . RREOEREREEEN A 5N B ENH B,

HHNGEHERAR  REFBRIBOBSLEL. RE . ABELEZRHHET S (AB) BHEIEENBLIE
PEVD EERIRICEEDTBERZRITENEH S,
SD: i (RE=

AOZERECERNTA ECEELRIZEIDA A IR

ESENEENEC ERLEETHY. 4T [
SEEDEEHE DEBIEN 55 . Helk
BIRDTEABENBZEN BB it
FEEERTHBEN B S,
A. TRBAETIEER (57%. 5B) : KBREEOEEH A

Biio,

B.M FXIEEK (5m%. 5) - REBBWNRTF L
TEEN 5D,

11 MREIAIL 7 R (Legg-Calvé-Perthes disease)

BE.3~12BOBICRIEL.5~7R CORERIROE L.
BRIEFD10~20% Mm% mEIEICHETZHEBEEEGIENIT. RRIRBICEEINS (A).
AT HR5N B IREAEID T BNHHIPRA A SN BRBIEICABRER. BRG EICRADNELC S,

1SRG EIRFRR Y187 IC(FBAERRE D IEK KRB BB IRE O SE(L (B)  MISMUDEE T B4R (Crescent
sign) #5885, BRI ABEBED KT DEHL (A) BENHS5N B,

ANZEREEERNT B ETEERBEROEA IR sttt

KEEBROERFLISEENEELE Y

BTN . BHEGEMOBAICEED

BLRHAELD,

A. TR BIER IE TR (S5 - M RITREA) (348, 1
ETHD T R

B. FIRRBSEAIEER (SF 8- 1ERIPRER) AL T RAREIBSHA
SERER

Kumar AS, et al. J Pediatr Orthop. 2022; 42(2): e168-e173.



L JZBIEICHFEN G - B8 &S (Dysostosis

REUIHH DS T | ADBHEIEICHBUTERHSNDIFTRIE T DIE TH D XERFTR (FDysostosis Multiplex&
[FEENTULS,

R A Lo Pol = i I 111 S

o (&N #E (IVABLTE)L A AEIRE¥ TIBIEHER)
o [SRIEPFIREEIREF
CHREBEN

A:%*E;E(:;siﬁ?%x*&ﬁﬁ% (Dysostosis Multiplex) .............................................................................................

BiEEHE
o 4 —VIRBNE BB DIEMIA < EZHNALES
BiEflE

o HEA T IREIARE (B FAEMREE LN D AT ZHEAE)

o HE(ARTIREIARE (BILF A AEIREY)

BEIFE

o[ZBENflaringlZBN TL 7 AN —RDESICHEITE<ERIET
s HEMAZE. S b

M FEZIEE
o B

BFIEHE
o HFRKIEB BB N HHAD K DICH
o EfIPFEDpointingPFEDIERIAEA>TUND

F—=ILIREhE



ARSI E B Oflaring. BEERAZ. SRR

HAMKIER A F B Dpointing & Dflaring. BEE A E. SRR

Agrawal A. J Clin Orthop Trauma. 2017; 8(1): 1-10.



10

LADZHEIEVIRI OiEEZERICE ST AEG

SRV RN SNIELAISREVIRIO—PF [55%-FB . EERIFIFF(IL]

KEFITIE A RADOBEBEERELICIUEHERIBENRONTBN SN BBERREL ST ZO® . AOZIEE
(CHHNLEREEIXEBRETHSHERY | RIRE. BREMRE. B FHEWNICKY) ADZEEVIRIO 2D
EBELE,

o EIR37:B5H. AE3,266g (+0.75D) . SRS 4cm (+2.45D) T4k
« 1HAREHLVI-4NBRETE. REDIEHSEL
o ENDEERH. BHL5) oD

EEZTRERERINGH AN ERD SHMERFENREONIC 2O ERADARFISEE/NER KV HEER BN
Enic.

TIESBEIRREHEHR AT FREER oo

e EADEIEHEH!)

e EADEfEdIFRaH )

o[ FHFLREAD L P Do(FRL
HEEFFRMRSTL

FEEPOFEFRIRR(EERHSNI=H . HIEFL R E DEEE P ERIIFRHSNEH =D ERD SERERIZE ST E /I & HIBR
SN RN EI CEBEEEEAHHESN. BEEFRHAS B EDHESHBRBESNREIFTHONT FRBEHRE
Eo7=,

1) 3 S
o EBFEIER
o 16N B HITHFICHEDNEANEL

ST ICHDN ECESCENRIRIWVIEER SN TEBENRZB2 Ul MREF - (3B AISEZ R XRIREZ XL .
W R EH&SSUEERIEHEZREUC.

ﬁd\ﬂﬁiﬁr 1 ﬁ6ﬁﬁﬂ§ .....................................................................................................................................................................

XIFRETRHSNI-BRFRR
o fZ&flaring (A)
s HIEMAZE(A)
o S4B (A)
o KL\inE (B)

BREEHISLIZFEEZRVEIIRBEE U TXIRRE. RIRE. MIRIREZRMEL.



i ] S —

o IEEEASR

XFRETRHSN=EGFRR
e[ZE DflaringZ#->7=AEEH AT £ (C)
o 5[ f (C)
o HE(A MR EIRZRE (D)
o E2BHME R & ST BATEZE (D)
o KXWL\EnE (D)
oEfIFFEBNDE AN (Proximal metacarpal pointing) (E)

20% (161 AR OXIRE(R

A B TEREAREEE O laring. BERAE SR BED
NRREERDH B,
B. 2B EHEGAVMBEELEENETAEZRHD.

B2 (2mE8) OXRE®R

C. B8 - EEE HEE OflaringE o IcBAEL A E . SR AR E. mFEEGEMUPFEDNEAN)

D. £ B HAIEGR A NREIRRE. E2BME 2 oI-BAEE. KV IhE (Proximal metacarpal pointing)

11



FHESBEIRRE: 2EFHG (JETE) -rrrrrrrserersseses e

FRIRE (RRPo O > BERIE)
o [RIPYOVETEEEFHIME(298mg/g creatinine. 2RNAIEE#(E(F36.0mg/g creatinine) (F)
o DE EEFTILTY B 1 HMER(G)

BREERE
eN-acetylgalactosamine-6-sulfatase/& BT ELEEEA (158.1nmol/mg protein/17hr)
eN-acetylgalactosamine-4-sulfatase/&4fE(3{EfE (7nmol/mg protein/hr)

BTN
ep.Gly108Val, p.Pro10fs(compound hetero)in ARSBEIGFEEHV)

BRI EB AV GENDOXFRE COLLAISEEZ R O BIRER N RO SNz o RIRE T} RPVOE
SN LR TILYY U HREBOBRIBEHNERH SN,

E5(C BEREMRE TN-acetylgalactosamine-4-sulfataseEHE T &G FHEIT CARSBEIGFDEEHNER
SNZEND. 2R3N BRICAIZHERE VIR (Maroteaux-Lamy syndrome) EHEE RSNz,

B2 (2mEF) ORIRE
VOVEEESI(E FLRIY ANZY FILIIr arkO

(mg/g creatinine) GREg1 i3 GREg2 A FRER

SELE (%) 45 4 17 34 - -
298" EE{E
(mg/g creatinine) 134 12 51 101 e -
* 2 DAIEELE(E: 36.0mg/g creatinine
L L |

H= TILTY HREE NINS B T L2 J>ROAF 0

LIOZEEDERNZH OO DREF Y 2SMUBFTEWVWLLEIFET

OEs5{0]
https://medical-plus.bmrn.co.jp/mpskit &
=]
° BAFAAIA Y THRA—23>
B H O M A R | N T160-0022 REBHBEEHBEUTB1E6S RIBEIS5 90—
TEL:03-6837-0844 JU—%5'(+)L:0120-555-386 20254 8B/
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