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Introduction 

Silver-Russell syndrome (SRS) is a rare, heterogeneous 

genetic disorder and is characterized by intrauterine 

growth restriction, poor postnatal growth, relative 

macrocephaly, triangular face, asymmetry and feeding 

difficulties [1]. SRS is the first human disorder associated 

with epigenetic mutations affecting two different 

chromosomes [2]. Hypomethylation of the imprinting 

control region (ICR) 1 on chromosome 11p15 and 

maternal uniparental disomy (mUPD) for chromosome 7; 

are found in up to 60% and around 5-10% of patients with 

SRS, respectively [1].
 

 

Blissett et a l[3].  reported that over 90% of parents of 

children with SRS had a feeding problem.
 

Common 

feeding problems are poor appetite, fussiness, slow feeding 

and problems associated with oral-motor dysfunction[3]. 

Although, there are a number of published reports 

describing gastro-intestinal problems associated with SRS, 

specific gastro-intestinal diseases have not been 

recognized as major features. Anderson et al [4] reported 

that 77% of patients of SRS had gastro-intestinal 

symptoms. Major specific symptoms includes gastro-

esophageal reflux disease (34%), esophagitis (25%), food 

aversion (32%) and failure to thrive (63%).
4
 We report a 

patient with SRS having malrotation of gut; needs surgery. 

We could not find any literature regarding malrotation in a 

child with SRS.
 

Abstract:  

Silver-Russell syndrome (SRS) is a rare, heterogeneous, genetic disorder; characterize by intrauterine and postnatal growth 

retardation, normal occipital-frontal circumference, body asymmetry and distinctive facial features. 90% of parents of 

children with SRS complain feeding problems but specific gastro-intestinal diseases have not been recognized as major 

features. We report a 6 years male child with SRS having malrotation of gut; needs surgery. 
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CASE REPORT:  A 6 year male child; weight 8.6 kg; 

height 89.4 cm; was referred to us with complaint of 

recurrent episode of abdominal distension and bilious / 

non-bilious vomiting from 8 month of age. Child was born 

normally at term at home and continued to gain weight and 

height very slowly as compared to other siblings.  Motor, 

language and social developments were normal for age. 

Child had recurrent episodes of respiratory infections with 

tachypnea, wheezing and fever which resolved in 2-3 days 

of medication. Also, the child had recurrent episode of 

abdominal distension with bilious / non-bilious vomiting 

followed by diarrhea lasting for 1-2 days. Previously, the 

child had 1-2 episodes like these per month but now the 

frequency was increased. History of ATT for 10 months 

was present. He also had history of one episode of ASOM 

and recurrent tooth and gum infections. Family history was 

normal and child was immunized for age. On examination, 

he was lean and thin, had short stature, broad forehead 

with normal head circumference, triangular facies, 

microdontia, crowding of lower teeth, caries in teeth and 

bilateral clinodactyly [Figure 1].  

 

 

FIGURE – 1: Phenotypic appearance of child. 

(Classical Facial Features) 

 

Body asymmetry and café-au-lait macules were not found. 

Abdomen was soft, non-tender but upper abdomen was 

full with visible bowel loop. Rest examinations were 

normal. Ultrasound and Barium study were suggestive of 

malrotation. Stomach and duodenum (D1) were dilated 

and had retained dye after 2 hour of dye ingestion [Figure 

2]. Bone age was delayed (X-ray wrist showing only 2 

carpals) [Figure 3].  

 

FIGURE – 2:  Upper GI barium study showing dilated 

stomach with retained dye after 2 hours of study. 

 

FIGURE – 3: X-ray wrist showing only two carpal bones. 
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Upper GI endoscopy was normal. All hematological 

investigations were within normal limits. Genetic 

evaluation was not done. Child was operated under GA 

and operative findings include dilated stomach and 

duodenum (D1 & D2) with Ladd’s bands compressing 2
nd

 

-3
rd

 part of duodenum. Ileo-caecal region was lying at 

umbilical region. Superior mesenteric artery was present 

posterior to duodenum and there were multiple enlarged 

mesenteric lymph nodes. Ladd’s procedure with 

appendectomy was performed. Post-operative period was 

uneventful and he was discharged on 10
th

 post-op day.  

DISCUSSION: Incidence of SRS ranges from 1 in 3,000 

to 1 in 1,00,000 and worldwide more than 500 cases have 

been reported with equal male to female ratio [5]. The 

clinical spectrum of SRS ranges from severely affected 

patient to individuals with very mild features. Several 

clinical scoring systems for the diagnosis of SRS have 

been proposed, although none are well established [1]. 

Only scoring system proposed by Netchine et al [6] 

includes feeding difficulties, which is a major feature of 

this condition.  

Price et al [7] described five key features (birth weight ≤ -

2SD from the mean, poor postnatal growth ≤ -2SD from 

the mean, preservation of occipital-frontal circumference, 

classic facial features and asymmetry) in SRS patients 

[1,7]. Patients with classical SRS generally had at least 

four of these criteria [7]. Classical facial features include a 

triangular shaped face, frontal bossing, downward corners 

of mouth, micrognathia and irregular/crowded teeth [1]. 

Children with SRS also have frequent episodes of 

hypoglycemia, accompanied by excessive sweating, 

clinodactyly/camptodactyly and café au lait patches [1,3]. 

Bone age is often delayed in early childhood but catches 

up by puberty [3].
 

Congenital anomalies are described in SRS patients. These 

include cleft palate, congenital heart disease, genital 

anomalies and limb defects [1]. One female patient having 

bicornuate uterus was also reported [7]. Operative 

interventions in SRS patients were described for hernia, 

undescended testes, hyopspadias, cleft palate, 

hydronephrosis, testicular cancer, tethered cord, 

craniopharyngioma [7-10] etc; but, we could not found any 

literature regarding surgery for gastro-intestinal pathology 

in SRS patients.
 

Our case has classical feature of SRS except body 

asymmetry. He did not have history of hypoglycemia or 

excessive sweating but parents gave history of poor 

appetite and slow feeding. Upper GI endoscopy did not 

show any esophageal pathology (esophagitis) or any 

evidence of esophageal reflux diseases as described in 

patient with SRS, but, child had malrotation, which needs 

surgery. It might be a “by chance” happening but it should 

be documented; as we could not find any such case in 

literature (to our knowledge).  
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