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Case Report

Association of Haemophilia with Down Syndrome
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Abstract

Hemophilia B is a hereditary bleeding disorder caused by a
lack of blood clotting factor IX. Without enough factor IX, the
blood cannot clot properly to control bleeding. Hemophilia B
presenting in association with Down’s syndrome is quite rare.
We report a case of a one month old child who presented to us
with continuous unexplained bleeding.
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Introduction

emophilia B is an inherited X-linked recessive trait with the

defective gene located on the X chromosome'. Haemophilia
B is an inherited bleeding disorder associated with a deficiency of
coagulation factor IX. The hallmark of this disease is recurrent and
spontaneous bleeding into joints, which can lead to joint deformity and
arthritis at an early age 2.

The Case

We present a case of one month old male baby, who presented
to us with bleeding from the left thigh after an intramuscular injection
at that site one day back. There was history of bleeding from umbilical
stump and swelling on right eye on day 13 of life. There were no
noted complications during pregnancy and he was delivered in full
term. At birth it was noted that the patient presented characteristics
of Down’s syndrome.On examination the baby was active. Features
suggestive of Down syndrome were microcephaly with flat occiput,
sutural diastasis, patent posterior fontanella, Mongolion slant. On
systemic examination a grade Il systolic murmur was heard over
tricuspid area, which was non radiating.

Investigations revealed Hb-8.9gm%, TLC- 9700, Platelet count
3,70,000 per cumm and PBF revealed a microcytic and hypochromic
picture. Thyroid profile was normal. Activated Partial Thromboplastin
time (APTT) was >160sec (Ref range-22.77-31.10). Factor IX level
was deranged i.e 2.40 (Refrange-70.00-120.00). Ultrasound abdomen
was normal. Karyotyping was suggestive of Down syndrome. Patient
was managed by transfusing Fresh frozen plasma and Factor IX
concentrates.
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Table 1: Showing reference values of factor IX

Reference level Range Cases
Half to twice that level Normal
5 ugiml With levels of 6-30% Mild disease 6-30% of cases
With levels of 1-5% Moderate disease 30% of cases
With levels of below 1% Severe disease 50% of cases
Discussion if instrumental. Patients with moderate disease suffer

Hemophilia B is an inherited X-linked recessive trait
with the defective gene located on the X chromosome".
Males have only one X chromosome. If the factor IX gene
is missing on a boy’s X chromosome, he will present
as Haemophilia B, so most people with haemophilia B
are males?. Estimated incidence of Haemophilia B is 1
per 30,000 male births®. Haemophilia A is more common
constituting 70 per cent case burden?®. The reference
level of factor IX is 5 yg/mL but the ‘normal’ range is
from half to twice that level*.

Haemophilia B is characterized by deficiency
in factor IX clotting activity that results in prolonged
oozing after injuries, tooth extractions, or surgery
and delayed or recurrent bleeding prior to complete
wound healing. The age of diagnosis and frequency of
bleeding episodes are related to the level of factor IX
clotting activity*. Individuals with severe haemophilia
B are usually diagnosed during the first two years of
life but its diagnosis in the first month of life has been
rarely reported earlier’. Patients with severe disease
experience symptoms from infancy onwards, with
spontaneous haemorrhages and haemarthrosis. They
may even start from the trauma of delivery, especially
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haemorrhage from minor trauma or surgery and
sometimes spontaneous haemarthrosis. Haemarthrosis,
transfusion related infections such as HIV and HCV,
development of inhibitors are the complications®.

Down’s syndrome is a major cause of mental
retardation and congenital heart disease. Besides a
characteristic set of facial and physical features, Down’s
syndrome is associated with congenital anomalies of
the gastrointestinal tract, leukaemia, immune system
defects, and an Alzheimer-like dementia. The association
of haemophilia with Down’s syndrome is rare. The baby
in our case was kept in NICU, transfused FFP and
pressure bandage over the affected area was applied.
The association of Haemophilia with Down’s syndrome
is not commonly reported. We plan to closely follow up
the patient. To our knowledge, this is the second case
in the available literature, describing the association of
haemophilia A and Down’s syndrome.

Conclusion

This case highlights the importance of keeping in
mind the possibility of Haemophilia while dealing with
a patient of Down’s syndrome with history of bleeding.
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