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Abstract 
Neu-Laxova syndrome (NLS) is a rare autosomal recessive and early fatal 
disease. It is a complex entity that includes intrauterine growth retardation, 
abnormal facial structure, limb and skeletal abnormalities, and ichthyosis and 
severe malformations of the central nervous system. We report a rare case of 
recurrence of Neu-Laxova syndrome in a 32-year-old pauciparous woman, 
which occurred after a first cousin’s consanguineous marriage. Typical ultra-
sound findings included hydramnios, severe intrauterine growth restriction, 
craniofacial and central nervous system abnormalities such as ventriculome-
galy. The newborn shows a terrible face with a usual craniofacial aspect, eye-
ball proptosis, puffy hands and feet, large bilateral cleft lip/palate, severe hall 
body ichthyosis. The overcome was fatal, the death occurred in less than one 
hour after birth. Consanguinity remains the most implicated cause which is 
high in developing countries. Prenatal serial ultrasound examinations with 
genetic counselling should be performed on high-risk pregnant women to 
terminate affected pregnancies. 
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1. Introduction 

Neu-Laxova syndrome (NLS) is a rare autosomal recessive lethal malformation 
complex. 

It is clinically characterized by the appearance of scaly skin caused by a lack of 
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keratinization by an alteration of the differentiation of the epidermis associated 
with various malformation anomalies (facial and skeletal abnormalities and cen-
tral nervous system affection). 

Most cases have been described in couples with inbreeding, studies still 
underway to establish the causal link and which will allow possible genetic 
counselling. 

We are describing a case of complete Neu laxova Syndrome. 

2. Case Report 

A 32-year-old woman with 2 living children 4 para 4 gravida, married to a 
37-year-old man. The couple is healthy, related to first-degree cousin’s relation-
ship. The previous pregnancy gives a birth to a poly malformed new born with 
no further medical information and no other medical history was revealed. The 
pregnancy was unfollowed; She was addressed to our department for suspicion 
of foetal malformations, foetal growth restriction and hydramnios in a proposed 
at term and in labour pregnancy. 

The ultrasound examination findings in prepartum included hydramnios, se-
vere intra-uterine growth restriction, craniofacial and central nervous system 
anomalies. Foetal akinesia and foetal electrocardiogram showed no particulari-
ties. 

The vaginal delivery took place without any incidents giving birth to an ab-
normal-like new born, female, Apgar 03/10 with birth weight at 1400 g. 

On clinical examination, the new born present firstly a severe form of collo-
dion type ichthyosis, it was the first sign that challenged us, we noticed a collo-
dion-like greyish membrane on the head (Figure 1) and an ichthyotic, thick, 
stretched, tight skin lesions especially on the body. 

He had also a very low birth weight; amnios fluid was abundant, not fetid 
Globally, the newborn present Microcephaly, extremely short neck, malformed 
 

 
Figure 1. Anterior global view of the newborn showing global ich-
thyosis, oedema and puffy hand and feet. 
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low-set ears, kyphosis, general oedema, and short but normal umbilical cord 
(Figure 2). 

Abnormal facial features include hypertelorism, slopping forehead, large mal-
formed ears, manifest large bilateral cleft/lip palate, mouth open round, thick 
lips, whitish oedematous gums and micrognathia. 

Newborn death occurs in less than one hour, probably due to chest immobili-
ty. 

The examination of the eyes (Figure 3) was the most difficult. It was hard to 
find equivalent description in the literature. Absence of eyelids and iris, white 
opaque eyeball proptosis, due probably to massive oedema of eye’s sclera and 
conjunctiva. 

The newborn shows short upper limbs, that joining the trunk a distance from 
an erased shoulder. 

The four limbs were in rigid flexion, oedematous shiny cardboard skin, pre-
senting at their extremities a puffy hands and feet, erasing the normal shape of 
fingers and responsible for cutaneous syndactyly. 

3. Discussion 

NLS is a rare metabolic disease firstly reported by Neu et al. [1] 1971 and Laxova 
[2] 1972, that the implication of L-serine biosynthesis pathway has been proved 
in the last few years [3] [4]. 

This syndrome offers a wide range of Clinical features grouping numerous 
central nervous system anomalies: microcephaly, hypoplastic cerebellum, corpus 
 

 
Figure 2. Profile view of the newborn showing kyphosis, 
short neck. 
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Figure 3. Eyes and face abnormalities. 

 
callosum agenesis, decreased gyri, ventriculomegaly,  Intrauterine growth re-
tardation, skin findings: ichthyosis, oedema, collodion baby, dysmorphic ma-
nifestations: erased forehead, hypertelorism, ectropion, flat/abnormal nose, low/ 
malformed ears, micrognathia, cleft lip/palate), Ocular features contain exoph-
thalmos, absence of eyelids, and cataract, limb anomalies: flexion contractures, 
deformity of digits, deformity of limbs, syndactyly of fingers and toes, rocker 
bottom feet, and genital ambiguity [5] [6] [7] [8]. 

Fitch et al. [9] divided all the malformation anomalies into two specific and 
non-specific groups. 

The first group of specific abnormalities includes spinal kyphosis, swelling of 
the limbs, oedema, and ichthyosis which remains the primary symptom. 

These anomalies facilitate the identification of the syndrome and its clinical 
confirmation. 

The second group of non-specific abnormalities includes short stature, hyper-
telorism, low ears, and micrognathia. According to the author, these anomalies 
are due to growth retardation. 

Additionally, the ichthyotic skin changes are emphasized to be the characte-
ristic manifestation; further the limb anomalies are attributed to reduced intra-
uterine movements due to tight skin, developing as a result of ichthyosis. 

In our case, most of the characteristic findings of Neu-Laxova were observed 
such as central nervous system implication, hall body skin restriction with ich-
thyosis, intra-uterine growth restriction, facial, ocular and limb abnormalities. 

However, lamellar ichthyosis was firstly the condition that we considered in 
the differential diagnosis. Our patient exhibited phenotypic characteristics, in-
cluding collodion membrane in the head area, shiny stretched thick skin on the 
body, which was similar to lamellar ichthyosis. 

History of consanguinity suggests an autosomal recessive inheritance in 
Neu-Laxova. In fact, this syndrome is frequently reported from countries with 
high rates of consanguineous marriages [10], such as Morocco. Indeed, parental 
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consanguinity was present in the majority of the cases reported. Karyotyping of 
affected cases has been reported to be normal on majority cases [6] [7] [8] [11]. 

Additionally, the literature [5] [6] shows mostly a history of previous sponta-
neous abortions. And/or similar cases, or new born death, which is our case. 

In antenatal, ultrasound remains the most reliable for a diagnosis of NLS and 
also for adequate management, eventually pregnancy termination. 

Differential diagnosis is set mainly with the other syndromes associations with 
a foetal hypo-akinesia such as cerebro-oculo-facio-skeletal syndrome, multiple 
pterygium syndrome, pena-shokeir syndrome type I, syndrome miller-dieker 
syndrome, that shares with the NLS particular anomalies such as IUGR, micro-
cephaly, arthrogryposis and subcutaneous oedema [5] [7]. 

However, despite this phenotypic overlap, the finding of CNS anomalies and 
characteristic facial dysmorphia should lead us to think about the NLS on ante-
natal ultrasound [7] [12]. These anomalies should be easy to spot in the second 
trimester. 

In family with high risk of NLS (similar case, consanguinity), these ultrasound 
signs are the more suggestive, thus, genetic counselling and proposition for 
pregnancy termination should be discussed with the couple. 

Although, Muller proposed in his paper a protocol for ultrasound surveillance 
for NLS. 

In our practice, such as the majority of cases in a developing country, this 
pregnancy was not followed. Obstetric sonography of first and second trimester 
was not realized, interfering with management and organization of the case 
study. 

Genetic study is in progress to avoid other recidivisms for this couple. How-
ever histological and post mortem study of the new born was not performed. 

Most infants with Neu-Laxova are stillborn or die soon after birth, within 
minutes to a few hours due to chest constriction, infection or neurologic com-
plications [13] [14]. 

However, one of the original patients reported by Neu et al. [1] survived 7 
weeks. 

In our patient, the overcome was lethal in less than one hour. 

4. Conclusions 

Neu-Laxova syndrome is a rare and fatal disease, remains unknown by a large 
number of practitioners. 

The positive diagnosis remains clinical postnatal. NLS should be included in 
the differential diagnosis of ichthyotic newborn. 
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