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A Case of Townes-Brocks Syndrome

Hong Seop So, M.D., Hyun Ju Choi, M.D., Hye Sun Yoon, M.D.
Jin Soon Hwang, M.D. and Keun Chan Sohn, M.D.

Department of Pediatrics, Eulji Hospital, Seoul, Korea

Townes—Brocks syndrome is an uncommon autosomal dominant condition first described by Townes
and Brocks in 1972. We experienced a newborn female who presented with clinical findings of
Townes-Brocks syndrome in an otherwise unaffected family. The patient showed the full spectrum
of anomalies including anterior placed anus, triphalangeal thumb, preaxial polydactyly, pre—auricular
tags, microtia without opening, sensorineural hearing loss and unilateral renal agenesis. (J Korean
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Fig. 1. Right ear with microtia, absence of auditory canal
opening, and periauricular skin tag.
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Fig. 2. Anteriorly placed anus.

polydactyly, triphalangeal

of preaxial

thumb, and early presentation of ossification center.

Fig. 4. X-ray film
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Fig. 3. Preaxial polydactyly, microtia, low set ear, and peri-
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auricular skin tag.

Kl

H

2 oAAAE B0 A3 A 22 AW

EolR e (Fig. 2),

ol

2 Townes®t Brocks®] oF#Hx]9} 7

=] ©
Ao

1972 A

TBS<

[e)

2

A

‘EH

714, Aol 719

A7A 504 g=e] Bazh

AtHFig. 3).

g

@

wol= SolA}
gojzn, @
#9j] 1213, TORCH

vl o

al

3%

el

o2 4

I
—_

2

A,

13
of

7

J A3}

2279 719°] 1978

L=
a

9]l
A Bazh Hglen, HE dxE

==
[s}

of ¢33 7%

Kol
=1

ek A

A

ol

3

‘o 9]

=2
[¢
Q] ]

doll Kurnit

BARL A RS AR g9l

7} Hockey” 7} 294t

229t Walpole
o|2H4 5ol <}

L
L

2 ¥

ol

1

[e]

g]

gt 28y Cameron

7

ks

o <l

TBS 1

g 3ol ez o6l

SEELS

7

=

%

E Hi

L
g

A Age Eus

A (Fig. 4)%F

i

o

A

|

of 27l dem,

=

374

G
|

)

Ko
Ar

=

il

1

SAlel vEbe

713ge

=0

o0

ol

=

PP, g

S

At B8

4

b3

==b

f:,-l,

v

BN

o

oF
o

97 ekskort Azgolst A

PG 9] kA AEAL

=

2

Fzol &

)

- 383 -



e RE i AR 7Y, &2 71E, A9 719, 8=
A 718 Feol Atk olF F7 AF V¥E pF 5EHA =
2 HER AN SR, TREE FTE dojollA Hole:
Aoz fXe g7 HololA Holx it IRz Ml
HE, FEe suksk g Aoy A vEs ERke
A, S g Atolo] Tzl A&V Tol k. £ V)
PorE AF(AHR FX), tXSH Add 9 AEF=
TAE FA qEHEAe FX A Hold ¥ ¥ H&F
Zo g9 HYFo] oy ZEAE AT FIF 7Y, At
g 718 dig Baux )

A9 VPgoz2E AF olid IAFEFFH Y (satyr ear)©] 53
Aol 1 2 o/ dFol FF A o FEE TS A
S 9ol RPASFES T LolF To] dow #ZaAEA
WAHE AR Aol oy & F gtk 824 V|FeEE
Al g PA Fell, wEew IdF A5 A FEES &
4 2 olPA T Tol &R QUth

9 A, ANLEAA, 2FF, HoAF A, dF
Ak 2EsdT Sol =EA vk R vk 2 Sl
AAME Ao Xg Fto] oy HAME 7Edel=
EAZE gllen, 4 FA7F 3 AEEE FAEIdE T
A A4 AR dHE Fuke polF A=A A FPASE
o] #FEH U

oft,
_\"i
ol
e
™
e}
5
ol
ol
)
o
2
it}
fo
P
1o
N
of,
o
L

o

TBSel 7VMga, HAF:71dolv A% 7]¥o]
VATER 718el 72?2 9] Holt-Oram %
denburg 23, 54 208 A AA =3
alth Johnson 57 TBSE AAAE s

L ATE, 2] AgAA, Y fEE
ol

i
N Hi r
=
=
Q
Q)

T

M

rl
— oo #

=2
~

i
[e]
offt
‘z
i
e
S

e}

+ goldenhar/oculoauriculovertebral spectrum(G/OAVS)
raslof gtka sgivk ol G/OAVS ZA-5-ell= AMA 8
o el FHAR7E Avkar A TBSS Z-5-ol+=

o Aol FAARI} vk mn Pale] g5 FHA 4

A7 S ARe] ARAES el 7 RS dstied

5 E S Jo ooy
UM
%

T

TBS 1#E 4371l walsks npelt,

212

1) Townes PL, Brocks ER. Hereditary syndrome of imper-
forate anus with hand, foot, and ear anomalies. ] Pediatr
1972;81:321-6.

2) Kurnit DM, Steele DM, Pinsky L, Dibbins A. Autosomal
dominant transmission of a syndrome of anal, ear, renal
and radial congenital malformation. J Pediatr 1978;93:270-3.

3) Walpole IR, Hockey A. Syndrome of imperforate anus, ab-
normalities of hands and feet, satyr ears, and sensorineural
deafness. ] Pediatr 1982;100:250-2.

4) Cameron TH, Lachiewicz AM, Aylsworth AS. Townes—
Brocks syndrome in two mentally retarded youngsters. Am
J Med Genet 1991;41:1-4.

5) O’Callaghan M, Young ID. The Townes-Brocks syndrome.
J Med Genet 1990;27:457-61.

6) Monteiro de Pina-Neto ]. Phenotypic variability in Town-
es-Brocks syndrome. Am J Med Genet 1984;18:147-52.

7) Reid IS, Turner G. Familial and abnormality. ] Pediatr
1976;88:992-4.

8) Konig R, Schick U, Fuchs S. Townes-Brocks syndrome.
Eur J Pediatr 1990;150:100-3.

9) Khoury M]J, Cordero JF, Greenberg F, James LM, Erickson
JD. A population study of the VACTERL association :
evidence for its etiologic heterogeneity. Pediatrics 1983;71:
815-20.

10) Silver W, Steiner M, Schwartz O, Zeichner MB. The Holt-
Oram syndrome with previously undescribed associated
anomalies. Am J Dis Child 1972;124:911-4.

11) Nutman J, Nissenkorn I, Varsano I, Mimouni M, Goodman
RM. Anal atresia and the Klein-Waardenburg syndrome. ]
Med Genet 1981;18:239-41.

12) Johnson JP, Poskanzer LS, Sherman S. Three-generation

family with resemblance to Townes-Brocks syndrome and

Goldenhar/Oculoauriculovertebral spectrum. Am J Med Gen-

et 1996;61:134-9.

Graham JM Jr, Hixon H, Bacino CA, Daack-Hirsch S,

Stadler S, Murray JC. Autosomal dominant transmission of

a Goldenhar-like syndrome : Description of a family and re-

port of a sporadic case with a de novo 4pl6;8q24.11 trans-

location. Am J] Hum Genet 1994;55:A107.

Friedman PA, Rao KW, Aylsworth AS. Six patients with

Townes-Brocks syndrome including five familial cases and

an association with a pericentric inversion of chromosome

16. Am J Hum Genet 1987;41:A60.

Serville F, Lacombe D, Saura R, Billeaud C, Sergent MP.

Townes-Brocks syndrome in an infant with translocation

t(5;16). Genet Couns 1993;4:109-12.

13

=

14

f

15

N

- 384 -



