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Lethal multiple pterygeum syndrome
(LMPS) manifests in the newborn with
multiple contractures and have been sub-
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classified based on associated features(1).
They are often referred to the geneticists
as cases of arthrogryposis multiplex con-
genita (AMC). Identification of this group
with pterygeum is important for manage-
ment and counselling. We present here
four cases because of the rarity of this con-
dition and importance of recognition as a
separate entity, as less than 50 cases have
been reported so far in the world litera-
ture(2).

Case Reports 7

Four cases being reported were re-
ferred to the Genetics Department in 1990,
as cases of AMC for evaluation and coun-
selling. The details of the four cases are
given in Table 1. o '

& . _
Discussion L

All the above four cases were diag-
nosed as multiple pterygeum syndrome. All
were male. The male:female ratio as per
literature is 1:1. Two of the four couples
were consanguinous and one was advanced
in age. There was no recurrence or family
history of similar defect. All the four pre-
sented as extended breech, probably due to
reduced motility of the fetus due to physi-
cal defect. Intrinsic neuromuscular abnor-
malities of the fetus may prevent the fetus
from undergoing normal version, hence the
association between breech presentation
and fetal abnormalities(3). Only one child
is alive and under follow-up.

The abnormalities reported in litera-
ture are—popliteal web, toe nail hypoplasia,
cleft lip with or without cleft palate and
lower lip pits(2). The occasional findings
reported arc: oral frenula, cutancous webs
between eyelids, intercrural pterygeum,
syndactyly, hypoplasia of digits, bifid or ab-
sent patellae, scoliosis, cryptorchidism,
ambiguous external genitalia and inguinal
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TABLE [-Summary of Clinical Features of LMPS

Clinical features

Patient number

1 2 3 4
Age 7 mo 30 days 30 days 2 mo
Sex M M M M
Birth order . 1 2 1 2
Mother’s age (yrs) 19 32 21 29 r
Father’s age (yrs) 23 45 29 3
Consanguinity + -~ + -
First cousins First cousins PSS
Family history -~ Father’s side - - 33
3 infant deaths
Antenatal history - Attempted abor- Treated for urin- Treated for
tion with allo- ary tract infection fever and res-
pathic and in 2nd month piratory infec-
native medicine } tion (2nd month)
Gestation 30 weeks Term Term Term
Presentation - Breech Breech Breech Breech
Delivery Normal vaginal  Assisted vaginal LSCS Assisted vaginal
Birth weight AFD AFD SFD SFD
Development Delayed —- & - - L
Physical features iitesd r -
Webbing PRI A
Neck + + ~ +(Fg )
Cubital fossa , + + + — é ' o
Popliteal + (Fig. 3) + + - o
Intercrural _ — + - +
CTEV - Bilateral Bilateral Bilateral
Dimple over the knees - + - +
Dolicocephaly + - - +
Face Asymmetric - - Asymmetric
Ankyloglossia — + —~ -
Retrognathia — - — +
Nose — - — Bulbous with
wide bridge
Low set ears + - - —
Chest - -~ - Flat-widely
: spaced nipples
Abdomen : - Right inguinal - Bulging (Fig. 2)
hernia weak abdominal
muscles
Phallus Normal Smail Normal Small
Testis Normal Undescended Normal Undescended
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Patients number -
Clinical features
1 3 4
CVS -~ —- VSD
Respiratory Infection Infection Pulmonary Infection
_ hypoplasia
Spine Scoliosis Scoliosis Scoliosis Hemivertebrae
lower thoracic
- N ST scoliosis
Hip . Hypoplasia of ilea  — Hypoplastic ilea
Limbs Short and thin Femora and tibiae =~ — Small femora
{ibiae small and thin + Tibiae—
Fracture shaft
left femur
Karyotype Not done 46 XY Not done 46 XY
Management Orthopedic Neonatal care-  Medical Respiratory and
Respiratory management orthopedic man- -
infection agement, cardio-
.. logy follow-up
Outcome Died at 9 months Died within a Diéd on 40th On follow -up
few days day

~ hernia. Our cases had the above features
except cleft lip, lip pits and web between
eyelids.

This phenotype is not specific but re-
presents an etiologically heterogeneous de-
formation sequence that can result from a
variety of congenital neuropathies and my-
opathies.

LMPS presents in the neonate with
multiple congenital contractures. The
existence of LMPS and Lethal Pop-
liteal Pterygeum Syndrome are ac-
cepted(4,5). Association with hydra-
nencephaly(6) and progressive nemaline
myopathy(7) have been reported. This con-
dition is autosomal recessive in genetic in-
heritance, with intrafamilial variability and
prenatal diagnosis by ultrasound is war-
ranted.

Pena and Shokir described sibs with
camptodactyly, club feet, ankylosis of the

hips and knees and unusual facies and pul-
monary hypoplasia from an uncle-niece
marriage(4). _

This phenotype has ben listed among
fetal ‘akinesia sequence’ by Graham(g)
who has reported a case with multiple
pterygea and cystic hygroma which was di-
agnosed prenatally by ultrasound. The
muscle pathology in this case was neuro-
genic atrophy. The consequence of fetal
akinesia may include multiple joint con-
tractures, micrognathia, polyhydramnios,
costovertebral anomalies with scoliosis,
pulmonary hypoplasia, growth retardation
and short umbilical cord(9). The clinical
features often include breech presentation
with  deformities such as micro-
retrognathia, facial asymmetry, CTEV, cal-
cancovalgus and hip dislocation. This fetal
akinesia sequence may result from mater-
nal myasthenia, maternal myotonic dystro-
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Fig. 1 Asymmetric face with webbing neck, bulg-
ing abdomen intercrwral and popliteal
webs in Case 4.

Fig. 2. Intercrural web, absent scrotal sacs-small
phallus, dimple over the knees and left in-

guinal  hemia.

phy or following tubocurarine therapy in
early pregnancy.

The etiologic heterogeneity of this phe-
notype calls for a thorough history and
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Fig. 3. Popliteal web in Case 1.

pedigrec recording. Since most infants are
nonviable, a complete exarhination of the
neonatc is to be made to cnable proper
genetic counselling. Recurrence risk re-
lates to the basic problem and depends on
its mode of inheritance or environmental
factor. Prenatal diagnosis is possible with
ultrasonography.

In the neonate, attempts at oxygenation
may be unsuccessful if there is pulmonary
hypoplasia. Vigorous orthopedic manage-
ment with physiotherapy is warranted.
Careful releasing of the webs must precede
physiotherapy. Hence the importance of
recognition of web syndrome [rom other
forms of AMC.
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. Myositis Ossificans Progressiva
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S.A. Bharani
H.P. Dalal

Myositis ossificans progressiva is a rare
discase characterized by skeletal abnor-
malities particularly of toes and fingers and
ectopic ossification in connective tissues of

From the Department of Pediatrics, Medical
College, Vadodara.

Reprint requests: Dr. S.A. Bharani, Department
of Pediatrics, Medical College, Vadodara.

Received for publication: July 8, 1991;

Accepted: February 6, 1992

VOLUME 29-—0CTOBER 1992

the muscles, tendons, fascia and aponcuro-
sis. Since the 17th century, 550 casecs have
been reported in world literature(1), the
largest series being reviewed by Lutwak in
1964(2). In all 12 cases have been reported
in the Indian Literature(3-5). We report
one such case due to its rarity.

Case Report

An eight-vear-old girl was referred
with the presenting complaints of swellings
over preauricular region and neck for two
years and inability to move right upper
limb for two months. Over a period of two
years, similar swellings appeared in the
sternocleidomastoid and upper cervical
regions, left scapular, right scapular, oc-
cipital, paravertebral and right shoulder
regions, associated with limitations of
movements of various joints. There was no
history of trauma, arshritis or any medica-
tion. Her perinatal events and subsequent
milestones were normal. No other family
members were aflected.

General examination revealed a short
child with a height of 107 cm and weight of
17.5 kg. Her vital signs were normal. There
was clinodactyly, hallux valgus and short
great toes, the latter having been noticed
by the mother since birth. Stony hard swel-
ling of variable sizes (0.5 to 2.5 cm) were
observed in all the areas described above.
Skin over the swellings was normal. There
were marked restrictions of the move-
ments of neck, flexion of hip and opening
of mouth. However, there were no feeding
difficulties.

Laboratory investigations revealed a
normal hemogram and normal serum
levels of calcium, phosphorus, alkaline
phosphatase and creatinine phosphoki-
nase. Her skeletal survey showed ectopic
ossification in paravertebral, subscapular
and neck regions (Fig.). Muscle biopsy
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