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Abstract 

      Hemophilia is one of the most common inherited coagulation disorder; with almost half of the 

cases presents in the neonatal period with bleeding episodes specially post circumcision, although 

family history is present in about two third cases. Retroperitoneal hemorrhage is a very rare 

presentation of hemophilia and to the best of our knowledge has not described yet, as initial 

presentation of hemophilia B in the neonatal period. We are presenting retroperitoneal hemorrhage as 

initial presentation of hemophilia B, in the presence of family history which has not been disclosed till 

the baby become symptomatic. 
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1- INTRODUCTION 

     Hemophilia is a coagulation disorder 

caused by deficiency of factor VIII 

(hemophilia A) or factor IX (Hemophilia 

B) with prevalence in the general 

population of approximately 1:5000 and 

up to 1:50,000 respectively (1). 

Hemophilia A and B are X linked 

recessive disorders; however 30% of cases 

occurs as spontaneous mutation (2). 

Hemophilia A and B are found in 

populations throughout the world and do 

not appear to have any ethnic or racial 

predisposition (2). Two thirds of patients 

with hemophilia have a positive family 

history of hemophilia, and yet the 

diagnosis of hemophilia is frequently not 

suspected until the first bleeding 
symptoms occurs.  

The severity of hemophilia is classified on 

the basis of factor VIII and IX levels as 

mild (>5% to <40%), moderate (1-5%) or 

severe (<1%) (3, 4). We are reporting a 

case of hemophilia B in neonate who 

presented with severe pallor and 

retroperitoneal hemorrhage; a very rare 

presentation. To the best of our knowledge 

hemophilia B with initial presentation of 

retroperitoneal hemorrhage in neonatal 

period has not described yet in the 

literature. 

2- CASE REPORTS 

      Written informed consent was obtained 

from the parents of the baby. A 4 days old 

baby boy presented with severe pallor 

noticed for one day. He was born at full 

term, with birth weight of 3,200 gr by 

elective cesarean section at local hospital 

to a young multigravida mother. APGAR 

score was normal and antenatal history 

was uneventful. His parents have non-

consanguineous marriage, and there is 

history of one male sibling death at three 

hours of life. There was no significant 

bleeding during umbilical cord clamping 

and vitamin K was administered at birth. 

He was remained well and vitally stable 

for first three days of life. On fourth day of 

life parents noticed that the baby found to 

be severely pale. On examination, he was 

vitally stable with no evidence of 

hypovolemic shock. Systemic examination 

revealed mild abdominal distension and 

discoloration, rest of the examination was 

unremarkable. He was shifted to neonatal 

intensive care unit (NICU) for close 

monitoring and detailed investigations to 

find out the cause of severe pallor.  

On inquiring regarding the family history 

mother mentioned that her sister’s four 

year son has been diagnosed as 

hemophilia. Investigations showed severe 

anemia with hemoglobin of 5.8 mg/dl (14-

22 mg/dl day 1-3), and there was no 

evidence of hemolysis, white cell and 

platelet count was within normal range, he 

had raised indirect bilirubin of 14 mg/dl 

(1-1.2 md\dl). Coagulation profile showed 

normal prothrombin time (PT) 12.6 

seconds (N 9-14sec), but activated partial 

thromboplastin time (APTT) was 
prolonged 67.5 seconds (25-35 sec).  

Specific factor essay reveled normal 

Factor VIII level, 110% (100-150%), 

while factor IX was significantly low 0.6% 

(100-150%). Ultrasound brain has no 

evidence of intracranial bleed, Ultrasound 

abdomen (Figure.1) revealed a large 

retroperitoneal hemorrhage. Baby was 

twice transfused with packed red cell 

because of low hemoglobin. Initially FFP 

was transfused 6 hourly, repeat factor IX 

was improved 54% so transfusion of FFP 

was spaced out on every other day; repeat 

ultrasound after one week showed 

resolution of retroperitoneal hematoma. 

Baby was discharged after ten days in 

stable condition, with instruction of 

transfusion of FFP twice a week and 

follow up in hematology clinic. 
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Fig.1: Ultrasound of Abdomen showed a large retroperitoneal hematoma. 

3- DISCUSSION 

      Hemophilia are the most common 

clotting disorders globally. These disorders 

are transmitted through X-linked recessive 

pattern. Majority (approx.80-85%) of cases 

are hemophilia A due to F VIII deficiency, 

while 15±20% are of Hemophilia B due to 

F IX deficiency. Hemophilia is classified 

as mild (5% to 40%), moderate (1-5%), as 

and severe (less than 1%) (4). Majority of 

the cases presents with hemorrhage in the 

neonatal period or early infancy. Roughly 

two-third of newly diagnosed infants have 

a family history of hemophilia. The 

majority of newborn with hemophilia are 

still diagnosed following a bleeding 

episode due to variety of reasons: one third 

have no family history, in others despite 

the presence of family history parents may 

not understand the risk of having an 

affected infant as in our case. In recent 

years compared to the past the diagnosis of 

severe hemophilia has been made at an 

earlier age. Pollman et al. in a ten year 

single study diagnosed 38% of patients in 

the first month of life all of whom 

presented with bleeding event (5). The 

types of bleeding episodes in 349 

newborns reported Kulkarni and Lusher in 

66 publications showed the  most common 

site of bleeding was cranium (27%), 

followed by cephalohematoma (13%), 

puncture side bleed (16%), circumcision 

(30%), umbilical stump (6%), and less 

than 5% of the bleed were from 

gastrointestinal tract /oral cavity, 

parenchymal organ, ecchymosis (6). After 

an extensive literature review, 

retroperitoneal hemorrhage in neonate as 

initial presentation has been reported in 
just one case of hemophilia A (7).  

Neither F VIII nor F IX cross the placenta 

and, thus, a diagnosis of hemophilia can 

usually be made from a blood sample 

obtained at birth (8). Despite the 

availability of prenatal diagnosis, the 

majority of the newborns with hemophilia 

are still being diagnosed following a 

bleeding episode More recently, Pollman 

et al. (1999), in a 10-year single center 

study, diagnosed 38% (14 out of 37) of 

patients with hemophilia in the first month 

of life, all of whom had presented with 

bleeding events (5). In neonates, 
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intracranial hemorrhage may be the initial manifestation of hemophilia.  Intracranial 

hemorrhage (cephalohematoma and 

Subgaleal hemorrhage) a life-threatening 

complication can occur regardless of the 

severity of hemophilia (9). Prenatal 

diagnosis of hemophilia via chorionic 

villus sampling is the most widely used 

method, but amniotic fluid, fetal blood, 

and pre-implantation genetic diagnostics 
can also be used in selected cases (10). 

4- CONCLUSION 

     Retroperitoneal hemorrhage a rare 

presentation of hemophilia, although there 

is possibility of number of cases which has 

not been reported in the literature. In the 

presence of family history as in our case 

which the parents has not revealed till the 

baby becomes symptomatic, counseling by 

hematologist regarding the antenatal 

diagnosis, the disease and its treatment, 

parental options and management of future 

pregnancies can manage the condition 

appropriately. It is important to established 

early and prompt diagnosis to reduce the 

morbidity and possible mortality with 

hemophilia. 
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