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Silver-Russell syndrome- A rare case report
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Abstract:

Silver-Russell syndrome is clinically and genetically a heterogeneous disorder. In most of the cases, etiology is unknown,

only in 10olo cases defect in chromosome 7 is identified. It has distinctive facial features and asymmetric limbs. Most
predominant symptom is growth failure. A case of Silver-Russell syndrome reported here who presented with growth

failure, hemihypertrophy of left side of the body, dysmorphic facial profile and difficulty in speech. Counseling was done

with the parents regarding the etiology, progression and outcome of the disease.
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Introduction:

Silver-Russell syndrome (SRS) is clinically and geneti-

cally a heterogeneous disorder of growth with a spectrum

of additional dysmorphic features. SRS may comprise

different disorders with clinically simrlar phenotypes or

may result from disruption of different components of a

single biochemical or endocrinological pathway.','It is a

syndromic disorder present at birth that involves poor

growth, low birth weight, short stature, afid differences in

the size of the two sides of the body. In 1 953, Silver et al

reported two unrelated children with congenital hemihy-

pertrophy, low birth weight, and short stature.3 In 1954,

Russell described five unrelated children with extreme

intrauterine growth retardation and charucteristic facial

features.4 A case of Silver-Russell syndrome is reported

for proper understanding of the problem and to avoid

wrong diagnosis and management.

Case Report :

A 8 years old boy, first issue of a non-consanguineous

parents was admitted in the department of paediatrics,
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complaints of failure to gain weight and increased size of
left half of the body since birth. Parents also complained

of small penis and absence of left testis. He was delivered

by LUCS at 36 weeks of gestation and birth weight was

1000 gm. His developmental milestones were delayed

(neck control was achieved at I year, sitting at 2 years and

walking at 3 yrs.) .Other family members had no history

of such type of illness.

On examination the boy was well and alert, co-operative

and vital signs were nonnal. He had hemihypertrophy of
left side of the body. There was frontal bossing with

triangular facies, depressed nasal bridge, low set ear

(fig-1,2). Malocclusion of teeth (fig-3) and high arched

palate were also present. He also had brachydactyli of
fingers, toes of both hands and feets. Hypoplasia of 5th

finger & little toe, syndactyli of 3'd and 4th toes (fig-4)

were found in this boy. His vital signs were within normal

limit. His height was 109 cm and height for age Z scorc

was -3. His weight was 23.5kg and weight for age Z score

was -0.7 . He had small penis and absence of left testis

@g-2). Routine investigations including blood count and

urine were nofinal. Fasting blood sugar was 3.lmmoUL.

Ultra-sonogram of KIIB was nornal with absence of left
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testis €rg-2). Routine investigations including blood

count and urine were norrnal. Fasting blood sugar was

3.lmmoVL. Ultra-sonogram of KUB was nofinal with
absence of left testis. His IQ test was done which was

below noffinal (50 in WISC scale). Xray wrist found

delayed bone age (5 carpal bones). Slit lamp examinations

of eyes were nornal. Considering history clinical exami-

nations (hemihypertrophy, short stature and limb anoma-

lies) and radiological evidences, this patient diagnosed as

a case of Silver- Russell Syndrome. Counseling was done

with the parents regarding the etiology, progression and

outcome of the disease. The boy was given nutritional
support, physiotherapy and discharged with the advice for
regular follow-up.

Discussion :

Silver-Russell dwarfism, also called Silver-Russell

syndrome (SRS) or Russell-Silver syndrome (RSS) is a

growth disorder occurring in approximately 1/50,000 to

1/100,000 births.o It is estimated that 7-10% of patients

with this syndrome have a defect in a gene called the

maternal uniparcntal disomy (UPD) for chromosome 7.

Most cases occur in a person whose family has no history

of the disease. Clinically apparent limb asymmetry occurs

in about 600/o of reported patients.5 Children born with
Silver- Russell syndrome show different signs-symptoms

since birth and phenotypic character varied from mild to
classic. Although Silver et al originally described this

feature as hemihypertrophy, it has been unclear whether

the asymmetry is the result of hemihypertrophy, hemiatro-

phy, or a disturbance of the nofinal range of symmetry.

The musculoskeletal manifestations of Russell-Silver

syndrome were studied in 25 cases. The most common

manifestations were short stafure (25 cases), limb-length

discrepancy (23 cases), clinodactyly (19 cases) metacar
pal bone and phalangeal abnormalities (13 cases), scolio-

sis (9 cases), foot syndactylism (5 cases), and develop-

mental dysplasia of the hips (3 cases).6

Diagnostic criteria recently proposed that Silver Russell

syndrome (SRS) should have at least 4 criteria which
included dysmorphic facies chaructertzed by small

triangular facres, a high forehead with small jaw, microg-

nathra and prominent nasal bridge. Growth and skeletal-

asymmetry of the limbs manifested as hemihypertophy,

clinodactyly of the fifth finger, syndactyly of second and

third toes were also important criteria of SRS. Birth
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weight and poor postnatal growth less than or equal to -2

SD and feeding difficulties during infancy were also

included in the critefia. SRS patients have developmental

delay and impaired cognitive abitities. Genitourinary

abnormalities like hypospadiasis, variation of sexual

development, posterior urethral valve and dealyed bone

age were commonly found in this children.T

Our patients had birth weight less than -2SD, poor postna-

tal growth and developmental delay. The boy also had

hemihypertrophy of the left side, dysmorphic facies,

skeletal deformities and delayed bone age. Diagnosis of
Silver Russell syndrome was done on the basis of clinical
and radiological features. Genetic analysis of our patient

couldn't be done due to lack of logistic support.

The management of Silver-Russell syndrome is conserva-

tive which includes nutritional support and physical

therapy to allevtate the skeletal symptoms. In more severe

cases, surgery is needed to lengthen limbs. Growth

hormone therapy is often prescribed as part of the

treatment of SRS.4 We have started physiotherapy for this

patient and also took opinion regarding corrective surgery

from orthopedic surgeons.

Conclusions:

Silver-Russell syndrome is a growth and skeletal disorder

associated with significant morbidity. Early diagnosis and

initiation of treatment is very much important to prevent
joint deformities. Physicians should be cautious about

correct diagnosis of this disease. Meticulous history
examination and radiological investigations cafi confirm
the diagnosis.

Fig-l Facial profile
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Fig 3: Hemihypertrophy of right side of the body.
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Fig 2: Malocclusion of teeth
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