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Galactosemia with Rubella
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Galactosemia is a well described inborn
error of carbohydrate metabolism. The de-
ficiency of enzymes Galactose-1-uridyl
transferase, Galactokinase or Uridyl
diphosgalactose-4-epimerase alters the nor-
mal galactose metabolism (I). The resultant
hypoglycemia and accumulation of abnor-
mal metabolites are responsible for the clin-
ical manifestations of this metabolic disor-
der. The disease is believed to commence
in-utero (2,3) and the clinical features are ex-
pressed by early infancy. If untreated, the
disease is fatal. The clinical features of cata-
ract, hepatosplenomegaly and jaundice are
similar to the manifestations of intrauterine
infections. We are presenting a case of
galactosemia with evidence of congenital
rubella infection. To the best of our knowl-
edge such a presentation has not been re-
ported earlier.

Case Report

A 22-day-old male infant weighing
3420 g was admitted with complaints of
persistent jaundice, progressive abdominal
distension and lethargy. It was the third in-
fant born of non-consanguineous marriage.
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His previous two siblings had died in the
neonatal period. This baby who was deli-
vered normally and was put on breastfeeds
developed jaundice on day 3. The jaundice
progressively deepened, accompanied by
abdominal distension and lethargy.

He was also noticed to hepato-
splenomegaly, ascites and bilateral cata-
racts. Investigations revealed hypogly-
cemia, raised transaminases, hyperbilirubi-
nemia, prolonged prothrombin time and
prolonged APTT. Other investigations re-
vealed serum total protein and albumin
concentrations of 4.1 g/dl and 2.6 g/dl, re-
spectively and an elevated blood ammonia
level of 145 mg/dl. The ascitic tap revealed
a transudate. Renal functions and blood
counts were normal. Galactosemia was
confirmed on the basis of urine being posi-
tive for reducing subtances but negative for
glucose, and urine chromatography dem-
onstrating the presence of galactose. Inci-
dentally, both baby and mother tested posi-
tive for anti-Rubella IgM antibodies.
Echocardiography was normal. The blood
culture grew Klebsiella species.

The infant was treated with anti-hepatic
failure measures, intravenous antimicrobi-
als, diuretics, Vitamin K and lactose and
galactose free formula. Subsequently, his
activity improved. He remained euglyce-
mic, showed a decrease in jaundice and im-
provement of liver functions. Though the
ascites persisted, he was discharged at
request after 2 weeks of therapy.

Discussion

The incidence of classical galactosemia
has been reported to be 1:60,000(1). The
primary diagnosis is often made on the ba-
sis of the clinical presentation and the de-
tection of non glucose reducing substances
in the urine. Variability in dietary intake
could influence the detection of urinary ga-
lactose(3,4). Therefore, enzyme estimation
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becomes mandatory for the early diagnosis
of classical galactosemia.

The presence of ascites, low serum pro-
teins, elevated liver enzymes and pro-
longed prothrombin time reflects signifi-
cant and chronic hepatocellular dysfunc-
tion. Hsia and coworkers (3) have attribut-
ed the uncommon presentation of ascites to
poor dietary intake. The clinical features of
hepatosplenomegaly, jaundice and cataract
are also common presentations of congeni-
tal rubella infection. In the present case,
both the baby and the mother had repeat-
edly tested positive for rubella IGM anti-
body. It is uncommon for rubella IgM anti-
body to persist over 6 weeks after infection
in adults (5). It is, therefore, inferred that
the infant had been infected beyond the
first trimester, at a period too late for the
teratogenic effects of the virus to manifest.
The normal birthweight of the infant also
supports this inference. However, the pos-
sibility of rubella infection contributing to
the severity of the liver disease in a
galactosemic infant, can not be ruled out.

Despite being a well described entity,
galactosemia, a treatable metabolic disor-
der continues to be misdiagnosed as septi-
cemia. The well described association of
Gram negative infections in galactose-
mics(4,6), further complicates the differen-
tiation. The absence of screening facilities
for inborn errors of metabolism further en-
hances this difficulty. The association of
rubella makes us feel that again another
better recognized disease has crept up to
encourage the misdiagnosis of a treatable
inborn error of metabolism. Early and strict
dietary restriction of lactose in the diet can
result in the reversal of most clinical featurs
of galactosemia. Optimally, homozygous
mothers must be placed on galactose free
diet during pregnancy (6). Hsia had ob-

served (3) that the degree of restriction
rather than the age of commencement of
dietary restriction had a greater influence
on the 1Q of the patient.

The pleotropism of galactosemia, its re-
semblance to intrauterine infections and as-
sociation with septicemia increases the dif-
ficulty in diagnosing this disease. The task
is even more daunting for clinicians in a
developing country where investigative fa-
cilities like enzymes assays are limited.
The positive response to early and strict
dietary modification, however makes it
mandatory to screen for galactosemia
despite the availability of a more familiar
diagnosis.

REFERENCES

1.  Kleigman RM. Defects in metabolism of
carbohydrates. In: Nelson's Textbook of
Pediatrics, 15th edn. Eds. Behrman RE,
Kleigman R, Arvin AM. Philadelphia,
W.B. Saunders and Co, 1996; pp 386-387.

2. Sherlock S, Dooley J. Disease of the Liver
and Biliary system, 9th edn. Oxford,
Blackwell Scientific Publication, 1993; p
423,

3. Hsia DY, Walker FA. Variability in the
Clinical manifestations of galactosemia. T
Pediatr 1961; 59: 872-883.

4. Monk AM, Mitchell AJH, Milligan DWA,
Holton JB. Diagnosis of Classical
galactosemia. Arch Dis Child 1977; 52:
943-946.

5. Brooks GF, Butel JS. Paramyxovirus and
Rubella virus. /n: Adelberg's Medical Mi-
crobiology, 20th edn. Eds. Jawetz,
Melnick S. New York, Appleton and
Lange, 1995; pp 474-478.

6. Balisteri WF, Schubert WF. Liver diseases
in infancy and childhood. /n: Diseases of
the Liver, 7th edn. Eds.Schiff L, Schiff ER.
Philadelphia, JP Lippincott Co, 1993; pp
1144-1145.

942



