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A Case of Spondyloepiphyseal Dysplasia Tarda (SEDT)
Misdiagnosed as Ankylosing Spondylitis
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Seunghun Lee’, Joo-Hyun Lee’, Tae-Hwan Kim"

Departments of Internal Medicine',

The spondyloepiphyseal dysplasia tarda (SEDT) is a he-
reditary arthropathy that progressively leads to deform-
ities of small and large joints, irregularities of the end
plates of vertebral bodies, which causes joint restriction,
short stature, and gait difficulties. The typical radio-
graphic findings of SEDT are generalized platyspondyly
and dysplasia of the epiphyses, resulting in premature
arthrosis. Clinically SEDT is manifested as a form of
short-trunk dwarfism and early arthrosis in the period
from late childhood to adolescence. The major clinical im-
portance of this rare disease is similarity to juvenile idio-
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pathic arthritis (JIA), which has a rather different prog-
nosis and treatment. A few cases of SEDT have been
published. However, no cases have been reported in South
Korea. We describe the case of a 29-year old man who
suffered from back and multiple joint pain, who was mis-
diagnosed as having ankylosing spondylitis. We evaluated
the patient clinically and radiographically in greater detail,
and changed his diagnosis to SED tarda.
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Figure 1. Antero-posterior (AP) radiograph of lumbar spine
show characteristic platyspondyly and severe osteoarthritis in the
both hip joints. No definite evidence of sacroiliitis is shown.
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Figure 2. Lateral plain radiograph of lumbar spine shows
characteristic osseous humps (arrow) in the central and posterior
portions of the vertebral endplates. The disc spaces are narrow
posteriorly and wide anteriorly.

ti-HBs 179.6, HBcAb 241, anti-HCV 24lo]9l o, Fu|=
Z2 7 AH(Tuberculin skin test, TST) 3 Quantiferon-Tb Gold
test SA4 ol M I 7 Aol A= HLA-B27 (PCR) %
A, Frhe] 22l 2 (Rheumatoid factor) 3 3-CCP &A= 2
Aoldrk

MEARM A4 T

jis

CToll Al AgaA ) % &4 B2wA ghgkon] o)
%

< AAF A

Ml FEe) A 25k BAE ek A 2ve]
F e A AFREE 1) S AR 2004 A
A% M o4 Te] AYA H3w BE| A
Mzl B39 Fo| BAElon ¥ e A B
YA &7 Bl

=
= fua

™, HA] meloxicam, acetoaminophen/tramadol -fA]Zo|1}
—f— Z

ol T4 8l ofs o ubashE A oY

2
)
D

=}
=

K

k

(+

A1y HFIrl o] ¥ A S (Spondyloepiphyseal dysplasia
tarda, SEDT)S RAAA 02 oS =3 §44 28 A3
(1,000,000 & 1.7%) 2.2 434 9l vizbd el Wy, {3
A deke] B4, B AlgE A 8 Wl Aol &
Exo 2 &}, Type II procollagen F-Z ZHCOL2A1)S] ©]
&3 Bo] e Ae® dHA Uk (1,24). o] A3k
Maroteaux =ol] o&l] AdMA| dA o2 §A=E+= SEDT
2 A% Geet (), oF AR $43 Al
A4 Y K dlx K= (5).



WS 24 Aol Aol a4 ol ol mabazt X
o] B% W £% AR F4o] Urhbe 54< Bald,
SIA Azko] G AR Fo] Fu Ao T F
2o oz 53 FelE Holw, £/ 4wl A1HL g
3 AR ABE Aolsh W AAEAo R Bald ().
oAb o w SHE) wE A7) o]l 32} maA
EEE vaeiv], AAA R TF 44 wRe 2
Aoz yehhs 497t Eelel, vul 3 203,
M2 Farzo] Bukwl7|% dheh. SR AL &
A Aupeel wize] fge o ko] 53] sl 2
o] el el 9] BebgA H3e) 1

A, M3 50
2hA] o3k LEAA o &7 FHkEo] vl o7l
Lholof] Fdo]

K3 5 o|PAFSED)> ZA AHAI AdYew
TaEH, dubF o g 2 AF(SEDT)E] 7 -+ AH A (Spon-
dyloepiphyseal dysplasia congenita, SEDC)el] H]3]] F3=2
Wlo] B, 490 A1) 44 el SEDTE A ¥ 4
Aol F9he) AHHE Fumpol E20 L7do] B2
tt 8). A 442 A== SEDCY A5 FE
Aotz el Fgo] v, A7}F(Pectue carinatum), 771
A(cleft palate) 2 <t Fhe} A ] (hypertelorism) 52 574
A 2dE Helk 9). & Full 3] Ay 2Agez A
Alzbolup X3 ZukE 2 o] &2 WARE A dske

AellA] SRR £H4®E A, =5 5
| F=]o] A5k 5 gUsiet.
JIAY} RAS} frAbste] 215 =
73$-7} &3}o], Spranger 5 ©] HlS “progressive pseudo
rheumatoid arthritis of childhood”g}3x W 3l7| = 3}t
(2,10). e} NASH= oh2A] 3HE o] dFA wht ==
Aol Y, Frubel 2 1A 54, B ] Fe] gled,
NSAIDs %] ol & Z7] $A& Ho|A v} wdk WAt
AstHow ¥ w|glolu} A il i =2 e] HF 5ol
WEE A gkowlA SAHoR oA &7 wAECh
). & ZF# 3k 7ol oA % eblell A A H3
Aoz Rk wiekout Hlof A AJgY3k 7 Abel| A ESR,
CRP, FFue]2=Q172F B Aol glar, whApd ez A7l
A ] 7o o e BF 8l gk 52
P A ekgket.

SEDT+ o8] #4 7t RuEgon Swbdos
Aste A-+% Eabv, Ad4A 94 4 el SEDT
o] A%, AENRE FAES Adste] dus I3 7
Zofl Fojsl= SEDLIN whid-3 FHsl= SEDL F-44
o] Wojof] &3t Aeow A Sk (11,12).

SEDT3HAE 9] F3 82 AAUF 2A Aol e
), B8 Ase Hola, Ayt Faks A4 S A
o] ot AEAQ A W] A3t A3 Aol & et

o

W, LGl A3 A5 st ek (3).

RO U AN

o

ru
)

¢
o:
it of

i}
>

7R o] Well Wik ZEAQ A5 WHE e
NSAIDsY} &28] X 87} 24 340 E8o] & 4 9]

313

w2 wkebA] 215 Al (opioid) & B L2 37| = et A}

A~

—_

10.

= Al 2o} Aol e LEols} ek
]

el ol A5 A Y

T T

Lol & g glowm, 2x4Ql E|guiste] Z1g A] n]aA
ol ololl Q¥ /A Aol Hasle} (2,39).
B SElE ko] g9 4 3
Aol AAA HFedo] AEAE I At vl E
Hola %] gl Hhg-o| $l& 45 SEDTE & + QL

gtk W A AS Sl GRurels AA L W

§ S4olA Zo} kA B

—

(<3

|

ful

j5S h
Beq N2F tu, wae 34
S 7

M

2 o

109 A 43 Ee BEa Ao eyl A5 5
Zo 714 #%e] A% W3 NSADs X & Folgle
SAo] Gel BAE A7 TglA AA AR o
A AAE Fol AQY NP oGy Foz A
F N85 Felg BY 283 P Wasls vholrh

k]

|

o
rok

. Maroteaux P, Lamy M, Bernard J. La dysplasie spondy-

lo-epiphysaire tardive. Presse Med 1957;65:1205-8.

. Gupta R, Gulati N, Hatimota P, Gulati M, Kumar A.

Spondyloepiphyeal dysplasia tarda mimicking juvenile
idiopathic arthritis-a case report. J Indian Rheumatol
Assoc 2002;10:22-3.

. Bal S, Kocyigit H, Turan Y, Gurgan A, Bayram KB,

Glivenc A, et al. Spondyloepiphyseal dysplasia tarda: four
cases from two families. Rheumatol Int 2009;29:699-702.

. Wynne-Davies R, Gormley J. The prevalence of skeletal

dysplasias. An estimate of their minimum frequency and
the number of patients requiring orthopaedic care. J Bone
Joint Surg Br 1985;67:133-7.

. Carter CO, Sutcliffe J. Genetic varieties of spondyloepi-

physeal dysplasia. In: Jellife AM, Strickland B, eds.
Symposium ossium. p. 218-24, Edinburgh London, Liv-
ingstone, 1970.

. Kocyigit H, Arkun R, Ozkinay F, Cogulu O, Hizli N,

Memis A. Spondyloepiphyseal dysplasia tarda with pro-
gressive arthropathy. Clin Rheumatol 2000;19:238-41.

. Leroy JG, Leroy BP, Emmery LV, Messiaen L, Spranger

JW. A new type of autosomal recessive spondyloepiphy-
seal dysplasia tarda. Am J Med Genet A 2004;125A:49-56.

. Langer LO JR. Spondyloepiphysial dysplasia tarda.

Hereditary chondrodysplasia with characteristic vertebral
configuration in the adult. Radiology 1964;82:833-9.

. Arslanoglu S, Murat H, Ferah G. Spondyloepiphyseal

dysplasia tarda with progressive arthropathy: an important
form of osteodysplasia in the differential diagnosis of ju-
venile rheumatoid arthritis. Pediatr Int 2000;42:561-3.

Spranger J, Albert C, Schilling F, Bartsocas C. Progres-



314

sive pseudorheumatoid arthropathy of childhood (PPAC):
a hereditary disorder simulating juvenile rheumatoid
arthritis. Am J Med Genet 1983;14:399-401.

11. Savarirayan R, Thompson E, Gécz J. Spondyloepiphyseal
dysplasia tarda (SEDL, MIM #313400). Eur ] Hum Genet

12.

2003;11:639-42.

Fiedler J, Frances AM, Le Merrer M, Richter M, Brenner
RE. X-linked spondyloepiphyseal dysplasia tarda: molec-
ular cause of a heritable platyspondyly. Spine (Phila Pa
1976) 2003;28:E478-82.



