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A case of Roberts syndrome described in 1737

A W Bates

Epitor—In 1735 Johanna Sophia Schmied,
from the village of Taucha near Leipzig, gave
birth to a stillborn child with multiple abnor-
malities, described at the time as a “very rare”
monster. The case was reported by a local phy-
sician, Gottlieb Friderici, in a tract, Monstrum
humanum rarissimum, published in Leipzig two
years later." Friderici performed a necropsy
and published his findings along with a case
history of the pregnancy and two detailed
plates engraved by a local draughtsman “from
life”. The mother was aged 28 years, of short
stature and slender, with a “choleric-
melancholic” temperament. She had been
married to a “hunchback” for 10 years, and
they had three other children, all “free of
imperfections”; the fourth child is that de-
scribed by Friderici. “Halfway” though the
pregnancy, the fetal movements were felt very
faintly and the uterus was not thereafter seen to
increase in size, whereas her husband recalled
that in the previous pregnancies her belly had
grown normally. The baby was stillborn after a
labour of seven hours.

A large anterior encephalocele was present.
Friderici remarked that, although the appear-
ance resembled hydrocephalus, the protuber-
ance contained cerebral matter. The frontal
bone was very abnormal to the bridge of the
nose. The nose was “vestigial”, but the nostrils
were patent, and a probe inserted into the oral
cavity passed through a fissure in the palatal
bone. The mouth was “lipless”, the eyes
protruded, and the orbits were shallow. A tiny
external auditory meatus was found, but the
pinnae were absent. The legs, like the forearms,
were “simple”, composed of only one bone.
There were pterygia in the popliteum (M in fig
1), the groin, and running from the mouth to
the upper thorax. The digits of the feet were
distorted but all digits were present. The
fingernails “resembled those of an animal”.
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All ribs were present. In the engraving the tho-
rax appears deformed, though this may be
because the illustration was made from the
reconstructed body after necropsy. The pleural
cavities and pericardium contained “thin
fluid”. The liver appeared unusually large and
the kidneys were unequal in size. Two small
intra-abdominal testes were located. No exter-
nal genitalia were identified. Quantities of
meconium were passed via the anus.

The specimen was brought to Friderici and
examined within a few hours of delivery. Fig 1
was printed life sized and was hand coloured.
The crown-rump length of the figure is 20 cm
and the foot length 4.5 cm; these dimensions
correspond to a gestational age of some 24
weeks, compatible with the history, and suggest-
ing that it was drawn in the correct proportions.
The head appears microcephalic, though this
may be because of the encephalocele. The upper
limbs show marked shortening, and were
likened by Friderici to the wing of a chicken
without the feathers. The combination of
anterior encephalocele, microcephaly, shallow
orbits, cleft palate, marked micrognathia, hy-
pomelia of the upper limbs, single forearm and
leg bones (most probably absence of the radius
and fibula, though fusion is possible), and
flexion contractures is consistent with a severe
lethal form of Roberts-SC phocomelia syn-
drome (MIM 268300). The inheritance of this
condition is autosomal recessive with great vari-
ability of expression; the largest review has
shown that it is more often sporadic than
hereditary.” Consanguinity is not discussed in
the account but the physical descriptions of the
parents as of short stature and a “hunchback” do
not rule out their having had minor dysmorphic
features. It is too early in gestation to assess
cryptorchidism, and growth retardation cannot
be assessed owing to probable intrauterine death
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and microcephaly. Encephalocele is an uncom-
mon feature, seen only in severe forms of
Roberts syndrome, but the frontal location is
typical.”” The presence of pleural and pericar-
dial effusions raises the possibility of a cardiovas-
cular or renal anomaly but there is no descrip-
tion of the anatomy of the heart or kidneys. The
gall bladder and spleen were not described.

2
77
7

L,

",
7

2

,?'/

20
L

A
W
W
N

\
\

G7Z:

2
7%
%
Z

7z
S
4

Py,
2
57
7

;’;,4

WA
N
Y

\ p
R

“‘\\:\ ‘\“\1\&\‘3\‘{
N

N
R
N
RN
N .

Lerters

The differential diagnosis includes Bartsocas-
Papas syndrome and acrofacial dysostosis,
particularly Nager type. Some features, such as
popliteal and other pterygia and absent penis
and pinnae, are suggestive of Bartsocas-Papas
syndrome, but the encephalocele, absent limb
bones, the absence of syndactyly, and the well
formed digits (a second plate in the original
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Figure 1  Engraving of the external features of the fetus, from Friderici, 1737 (courtesy of Leipzig Universitdtsbibliothek).
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description shows well formed nails on both
hands and feet) are not features that would be
expected in this syndrome.’ Severe Nager acro-
facial dysostosis can present with similar fea-
tures,” but encephalocele and pterygia would
not be expected. The most probable diagnosis is
that of Roberts syndrome, though there are
some unusual features, such as the prominent
pterygia and absent external genitalia.

Roberts and SC phocomelia syndrome are
generally regarded as the same nosological
entity though the absence of cleft palate in the
SC syndrome may be a difference.® Roberts
syndrome has been interpreted as a human
mitotic mutation syndrome that leads to a
wide spectrum of secondary developmental
defects. The phenotype is highly variable.” The
eponymous description of the syndrome was
in 1919,° though Mayer’s case of 1829 was
recognised as Roberts syndrome by Van den
Berg and Francke,” and a fetus described by
Virchow in 1898 has recently been interpreted
as Roberts syndrome after re-examination of
the specimen.'® A case has also been identified
among the specimens in the teratological
collection of the Museum Vrolik in Amster-
dam," and the diagnosis is also likely in an
infant exhibited in Leiden in 1671." Frideri-
ci’s account therefore represents one of the
earliest published descriptions of Roberts syn-
drome.

The author thanks the Director of the Convit Institute for the
use of computer and library facilities, and the staff of Leipzig
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Universititsbibliothek and the library of the Royal Society of
Medicine for their assistance.
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