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Ocular pathology of the Majewski syndrome

Fig. 4 Optic nerve head oedema and glial proliferation.
(Luxol fast blue, X6-3).
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diagnostic entities. The Majewski form of short rib
polydactyly is distinguished by the usual presence of a
cleft lip or palate, hypoplastic epiglottis, and lung and
visceral abnormalities. A comparison of the present
case with representative cases of the Majewski form is
presented in Table 1 and may indicate a partial
penetrance in our case.'® Differential features of SRP
type II are presented in Table 2 and include the
presence of an abnormal pelvis, ragged metaphyses,
gastrointestinal and genitourinary atresia, polycystic
kidneys, and transposition of the great vessels.
Differential features of chondroectodermal
dysplasia are also presented and include the absence
of gastrointestinal and genitourinary changes, the
absence of cleft palate or lip, the mild involvement of

Table 1 Comparison of cases of SRP I

Present  Majewskietal.®  Sprangeretal.’

Case Case 1

Birth weight 3250g 2980 g 3500g
Length 50 cm 44cm 38cm
Hydropic

appearance + + +
Narrow thorax + + +
Polydactyly + + . +
Short tibia + + +
Cleft lip/palate + + +
Polycystickidney - - +
Genitalanomaly - + -
Cardiacanomaly — + -
Immediate death — + +

+=Present. —=Absent.

Fig. 5 Optic nerve showing
axonal dropout and myelin loss
posterior to lamina cribrosa.
(Bodian, x40).
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Table 2 Differential features of 3 congenital syndromes

SRP1 SRPII' CED
(Majewski) (Saldino- Chondroectodermal
Noonan) dysplasia
(Ellis-Van Creveld)
GlandGU atresia  — ++ -
Pulmonary
hypoplasia ++ ++ ++
Cardiac
malformation + ++ +
Epiglottic defect ++ + -
Proximal skeletal
changes ++ + +
Tibial involvement  ++ + +
Deficient
ossification - ++ -
Metaphyseal
dysplasia - ++ -
Skull, vertebral,
pelvicinvolvement  — ++ +
Nail dysplasia - - ++

+=Present. ++=Prominent. —=Absent. GI=gastrointestinal
GU=genitourinary.

the proximal long bones, and the smooth metaphyseal
margins (Table 2).

Polydactyly may be associated with other con-
genital syndromes with ophthalmic involvement. The
Meckel syndrome is characterised by many severe
abnormalities including posterior encephalocele,
sloping forehead, microcephaly, cleft lip and palate,
polycystic kidneys, and ambiguous genitalia.'” A
normal chromosome karyotype, polydactyly, and
neonatal death are features seen in common with the
Majewski SRP syndrome. Absence of the prominent

Table 3  Systemic features of 4 congenital syndromes
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skeletal features of the Majewski syndrome is an
additional distinguishing feature. These systemic
features are summarised in Table 3.

The ophthalmic features of the Meckel syndrome
are both variable and pronounced and include
microphthalmos, retinal dysplasia, rudimentary iris
or aniridia, optic nerve hypoplasia, cryptophthalmos,
sclerocornea, incomplete cleavage of the chamber
angle, tunica vasculosa lentis, persistence of nuclei in
lens fibres, and hypoplasia of retinal nerve fibre and
ganglion cell layers.'®* Ophthalmic features are
summarised in Table 4.

Polydactyly may be seen in the trisomy 13
syndrome. Cleft palate and visceral abnormalities
may also be present but skeletal abnormalities are not
prominent features. The ophthalmic findings are
pronounced and include anophthalmia, microphthal-
mia, colobomata, cataracts, hypertelorism, and small
orbits. Deafness, motor seizures, mental retardation,
and neonatal death are additional features (Tables 3
and 4).'8 "

The ophthalmic findings in short rib polydactyly
are limited in comparison with those seen in the
conditions noted above (Table 5). Early cataractous
changes and optic nerve atrophy and oedema were
found in our patient. The cause of this pathology is
uncertain. Absence of intracranial space-occupying
lesions or local ocular causes for the optic nerve
changes raise the possibility of a toxic neuropathy,
particularly in view of the ‘anoxic and metabolic
encephalopathy’ observed on neuropathological
examination. A further consideration would be the
fact that the severe restrictive respiratory condition of

Short rib
polydactyly

Meckel
syndrome

13-
Trisomy

Chondroectodermal
dysplasia
(Ellis-Van Creveld)

Occipital encephalocele
Cleft lip/palate
Polydactyly

Perinatal mortality
Normal chromosomes
Autosomal recessive
Microcephaly

Genital anomaly
Polycystic kidney
Cardiac defects
Sloping forehead
Micrognathia
Haemangiomas
Hernias

Narrow thorax

Short extremities
Hypoplastic epiglottis
Absent olfactory bulbs
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+=Usually present. — =usually absent.
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Table 4 Ophthalmological findings in 3 syndromes
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2 Chauss JM. Chondroectodermal dysplasia (Ellis-Van Creveld
di ) Radiology 1955; 65: 213-7.

Short rib Meckel 13 Trisomy
polydactyly  syndrome

Microphthalmia - + +
Iris anomaly - + +
Cataract + + +
Retinal dysplasia - + +
Opticnerveoedema  + - -
Optic nerve atrophy ~ + - -
Intraocular cartilage  — - +
Colobomata - + +
Persistent pupillary
membrane + + +
+=Usually present. —=usually absent.
Table 5 Summary of ocular findings in SRP
Present case 1. Cataract

2. Optic disc oedema

3. Optic nerve atrophy

4. Lange’s fold
Piepkorn et al.® 1. Ocular hypertelorism

2. Absent lashes and brows
Cherstvoy et al.'® 1. Persistent pupillary membrane

the patient for the 8 weeks prior to his death would
most likely have caused a hypercapnia and hypoxia,
which is a known cause of disc oedema and its
sequelae in other clinical entities. The study of the
ophthalmic findings in additional cases of the SRP
syndromes may increase our understanding of the
pathophysiology of this condition.
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