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A ten month old unimmunized boy, born of a
3rd degree consanguineous marriage, presented
withrecurrent episodes of fever, cough and diarrhea
since birth. His five elder siblings (four males and
one female)had died of similar illnesses in infancy.
On examination, weight was 5 kg (<5th centile),
temperature was 1020 F, he had tachycardia and marked
tachypnea. Pallor, oral thrush, atrophic tonsils,bilateral
purulent ear discharge, peri-anal excoriation, and
intertrigo were present. There was dextrocardia with
bilateral crepitations.Complete blood count revealed
hemoglobin of 11.6gm/dl, white cell count of 7270/
cumm with 61% neutrophils, 22% lymphocytes
(absolute lymphocyte count-1599/cumm),16%
monocytes and 1% eosinophils. Ultrasonography
(USG) showed an absent thymus, liver on the left
and stomach on the right side. Echocardiography
revealed small ostium secundum atrial septal defect
(ASD). Flow cytometric lymphocyte subset analysis
revealed CD19+B lymphocytes of 416 cells/cumm,
CD3+ Tlymphocytes of 272 cells/cumm, CD3+/CD4+ Th
lymphocytes of 208/cumm, CD3+/CD8+Tc lymphocytes
of 32/cumm and CD3+/CD16+56+ NKof 815/cumm.

Nephelometric immunoglobulin analysis showed
normal levels of IgG (2gm/dl), IgM (1.1gm/dl), IgA
(1gm/dl) and IgE (3.87 IU/ml).A diagnosis of severe
combined immunodeficiency (SCID) of T+B+NK+ variety,
most likely due to IL-7Rα deficiencywas considered.
Features of situs inversus totalis (SIT) are commonly
associated with immotile cilia syndrome (we could
not do nasal cilia testing in our patient due to nonaffordability) and not usually seen with SCID as was
seen in our patient.He improved considerably with
antibiotics. He was immunized with killed vaccines
and started on cotrimoxazole prophylaxis. He required
irradiated blood transfusionas he developed anemia
during prolonged stay in the ward. Hematopoietic stem
cell transplant has been advised but is proving to be
difficult due to high cost.
This specific subtype of SCID is transmitted in
an autosomal recessive fashion, as is SIT, although
X linked pattern has been found rarely in SIT. The
incidence of SCID is around 1:50,000-75,000 births.
(1) It is a pediatric emergency and most patients
present by 3 months of age with inevitability of death
by 2 years of age. (2) Stem cell transplant is the
treatment modality.Incidence of SIT is about 1:10,000.
It is commonly associated with immotile cilia syndrome
in which affected individuals suffer from chronic
respiratory tract infections, a variable combination
of infertility (males) and chronic ear infections. (3,4)
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A 16 year-old previously healthy Caucasian female
presented to the emergency department with a four
day history of cough and hemoptysis followed by a
two day history of respiratory distress. The week
prior to presentation she had also noticed hematuria.
Upon arrival she was afebrile, hypotensive (blood
pressure 92/46), and in severe respiratory distress
(respiratory rate of 28/min). After stabilization she
was admitted to the intensive care unit. Community
acquired pneumonia (CAP) and acute respiratory
distress syndrome (ARDS) was the working diagnosis.
Chest x-ray demonstrated bilateral perihilar patchy
lung densities (Figure 1). Recent medical history
included recurrent otitis media, sinus infections, as
well as the development of oral ulcers, and fatigue
over the previous six weeks. Laboratory work up
revealed white blood cells (WBC) of 17,300 cells/
cumm, hemoglobin of 9.6 g/dL, and platelet count
of 649,000cells/cumm. Inflammatory markers were
elevated with an erythrocyte sedimentation rate
(ESR) of 130 mm/hr, and C - reactive protein (CRP)
of 45.39 mg/dL. Her BUN and creatinine were 18
and 1.3 mg/dL respectively. Urine analysis showed
uncountable red blood cells (RBC). These laboratory
studies along with her smoldering clinical course
with hemoptysis, weight loss, and prominent sinus
and middle ear disease prompted consideration of a
pulmonary-renal syndrome. A flexible bronchoscopy
with bronchoalveolar lavage revealed diffuse lower
airway membrane inflammation with thick bloody

secretions and clots scattered diffusely throughout her
bilateral bronchioles, consistent with diffuse alveolar
hemorrhage (DAH). Wegener’s Granulomatosis (WG)
was suspected based on renal, upper, and lower airway
involvement. Detection of proteinase 3 (PR3) antibody
at 3.2 IU/mL confirmed the diagnosis of WG. Treatment
of WG was initiated with high dose intravenous steroids.
She received seven rounds of plasmapheresis with
two doses of rituximab separated by two weeks.
Long-term outpatient therapy has included high dose
corticosteroid and cyclophosphamide infusions.
Figure 1: Initial chest x-ray demonstrating
bilateral perihilar patchy lung densities,
representing diffuse alveolar inflammation and
hemorrhage.

Pediatric Oncall October - December 2014. Volume 11 Issue 4

123

