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Pfeiffer Syndrome

Duk Yong Lee, M.D., Kye Hyoung Lee, M.D., Han Soo Kim, M.D.
and Hyung Ro Moon*, M.D. M.P.H.

Department of Orthopedic Surgery and Pediatrics*, College of Medicine,
Seoul National University, Seoul, Korea

Pfeiffer syndrome, an unusual type of acrocephalosyndactyly, is a complex of associat‘ed malfor-
mations, first described by Pfeiffer in 1964. In addition to the common head and face anomalies seen
in other acrocephalosyndactylies, its characteristics are broad thumbs and big toes, minimal syn-
dactyly and normal intelligence. It is inherited in autosomal dominant pattern and shows various
clinical features.

The authors’case was a 7-year old boy, who had been managed since birth for bilateral congeni-
tal resistant clubfeet including cast correction for six months and two operations. At present he re-
presents not only the common features described above but also some unique features, e.g. pectus
excavatum, posterior dislocation of both elbows, mild genu valgum, metatarsus adductus and com-
plex malalignment of carpal and tarsal bones.

To our knowledge, there is no report on Pfeiffer syndrome in Korea. The authors report a case of
Pfeiffer syndrome with review of literatures.
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Fig. 1. Family pedigree.

Fig. 3. Pectus excavatum, cubitus varus and
flexion deformities of the elbows can be seen.
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Fig. 2. Hypertelorism, antimongoloid slant of
palpebral fissures, protrusion of eyes and flattened
nasal bridge are prominent.

Fig. 4. The forefeet adduction and short broad
great toes are prominent.
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Fig. 6. X-ray shows hypoplasia and malalign-
ment of the carpal bones and broad distal phalanx
of thumbs.

£ R ool e WYL WAY $5E A
1 el =

4

Olt
119

te Ao glos, A5 Pl 3
Agez skl wae Aaetnch XA A%
sl

o174 yhe] AHAL AlA] WRE
A ko] gl th. .
O|3tX AAH:AF 128cm, A5 26kgo 2
T 90 Aletelel] £y dFL AAdlH
7 SaBAA Azed, HEe 4T
ell (acrocephaly) & x.ojm] gro]wlr} Fojrist
th. okel 974 Z(hypertelorism), ¢+ EFo
Qlom olzidde] 9Fo] Wog HA - F
F73 s A Bodch X5l 2
3}z (saddle nose) ®]E 7|¥o| qlow, T
(high arched palate)o]w] = edo] X33},
Arokge] wbg RAo] sl glch(Fig. 2). 7}

Y
42 EF(pectus excavatum) 0] gt} A=)

oﬁt_x,?. fa

.

A % zaAel 3 Wgel o 305, W
W o] o 205 A BA, 319 el
2 Aol falch FHA AMA LB B
7 ssiglent wlad ddEol stk &
Al AE o AH £7hztel B8 Ww, Aol
@ A3z7 AAFol 48 A= Aew

Falsla = oteh. Al 547 o] 4] accessory in-
terphalangeal crease’} #AE9lorw, 2 I
AE5e A4l Fig 3). AL 45
o 1059 2% P50 Ao
o A elne. e o 5o
Helg 2w, A wrigtel gx
o g drteted A FE5EE WA Sl
Felgh §AFe nolx skt
5 UlEF FolAst Ao 9l
AE 2i°ml, =3 44 &34
A wjEe §, #FHFo] 247 30%,

i
i
2

oY ofr
T Ol'n

a2
..l
ofk r-{o

|o
3
o
ﬂ
03-

Lo
P fa
Ry

[\~
(=)

L UL i R A= T - 1Y

0Z 32 > v 2 3R o
Jhy

>
Bend

IS
-~

T
x5

oA o2& ¥
R aL (an.5), T
gt 718 5l AFAgol R
A4 (alignment) o] «©ff
A 1529 AAEFL
W 7ich(Fig. 6). 3txlolA= HEl& 93 A
FA4FA dubgel dx 24 vwlEe
(high- rldmg)i 29 #Hu|EnA ol
A& on 92 LA Ayl ojetyr}
t}(Fig. 7). £F34 AF9 ezt Held}
ol Agsiade £ =277t A,
o] o) E-(bipartite) ¥ #FAZ, TZ -
BAo HFE olgTrt HAEHUD A 1FFH

B e

[ 4
vo

rXi

L%
afu o
o

°

4 wp ol
o
to, ok
podt
dr B
2
Lo o Ju e

n\_‘
o
2

L Hrr o
o iy nin
ook 2oy

o
oX.
ox
f=

i

(¢

x
N AN ox ;& 3
mhorl ol jo 38 ng o

-1746 —



2 dglen A 13129 AANFE 4ol
A9} 7ro] Wi Eolgk Fele wdch(Fig. 8).

HAF 2 :duld A A AL, w A, 77l 5A A
Y AREAASS 25 4ol

A i=} 7

n

Pfeiffer3 $ & €lAl5(acrocephaly), 733§k
ABzz FAF G g2 A 147 9 A
—\—Z] :_a]_l_ ;{«]Al.z o] 1}:5_

Ago g 19641d Pleiffer”+ 34cho] AA
7hE 8Hol A o] AFE 23 leod aF ¢
o A FAZ FASHE F AL

gl S 4ol g FAEAL JEse
2 % Temtamy®} McKusick!'-&
syndactyly(ACS)& =4 7HA2 EFIA=
o, & 1g(ApertZ %), Al 28 (Vogt cepha-
lodactyly), # 39 (Saethre-Chotzen% $+%),
43 (WaardenburgZ %) % =} 53 (Pfeiffer
s3#)ez FEagic

2 Zd& oo A Pfeiffer @ o] % ofg
S} g A48T U~ ol Fle] Pleiffer2 7o g
Bug FellES vlastd s o ohed 22 ¥
FAE AdAE 4 glth 'l AF(acrocephaly),
okql 914 Z(hypertelorism), ©@$Z 337 a9t
o $4e wolt AW, 4T B3 WL ¥
Ztgl &, Alobm A A, 5738 7*] °é, S
(high arched palate), A A&l z%F, =3

ARz FAF, €L A 1524 2 A 1537,

O

se A 122F aeln A4He 7)) Sl
(Table 1)
£ FHol e ojdle H 1x] ¢ A7 0]
Fig. 7. X-ray shows high riding of the right fi- Aedl, FF FHA %"“‘ T3, ‘41“]- H 3
bula and anterior subluxation of the tibia. w Zul Bbp SHEF, &= LA Ay o}

Fig. 8. X-ray shows adduction of the metatarsal bones, triangular distal phalanx of great toes and hypo-
plasia and malalignment of tarsal bones.
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Table 1. Summary of clinical and radiological findings in reported cases

. Naveh
Pfeiffer Mzzt:cl)lf S:{dlarlm and Authors
: *  Friedman
_Head
acrocephaly e} e} e} O o]
hypertelorism 0 o ) 0 o]
antimongoloid slant of palpebral fissure o} 0 O o} o}
protrusion of eyes o] 0 0 o]
flattened nasal bridge 0 0 - 0
deformity of nasal bones o] o) 0
maxillary hypoplasia 0 0 0 - o)
mandible S P S S N
irregularly placed teeth 0 o) o] o)
duplicated upper canines 0 o) -
high-arched palate 0 0 - 0 0
low-set ears o} o} - -
strabismus o} e}
vision defect ) o) - -
mental development N N N N N
Upper limb
brachydactyly 0 ) 0 - N
soft tissue syndactyly o] ) 0 o)
broad deformed thumb e} o] e} - e}
trapezoidal or triangular 1st phalanx of thumb o} 0 - o)
ulnar deviation of proximal phalanx of thumb o) - o]
radially deviated terminal phalanges 0 0 - -
clinodactyly of 5th finger e} o) - -
fusion or stiffness of interphalangeal joints 0 - -
Lower limb
brachydactyly o) o) o) 0 -
soft tissue syndactyly of toes 0 o) o) o] o)
broad deformed great toes o] ] ] 0 0
trapezoidal 1st phalanx of great toes 0 0 - o)
broad 1st metatarsal o o) o} 0 o)
accessory epiphysis of metatarsal 0 ) - - -
fusion of tarsal bones o] - -
Others
short stature ] - -
O ;present, ~;absent, Blank ;unknown, N;normal, P;prominent, S;small.
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AL ¥ g co(Fig. 8). stenosis) -$, Martsolf %-%-& Arnold-Chiari mal-
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B a3 Gt o]el 7ol PleifferE3Fo 2 M
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