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A 10 years boy presented with an insidious onset
slowly increasing right sided mass in the neck for 3-4
months with appearance of similar painless swellings
on the other side of the neck (Figure 1). The upper
neck swellings progressed to attain the size of a
2-3cm. There was accompanying history of intermittent
low grade fever associated with cough.On physical
examination, he had bilateral, posterior and anterior
cervical lymphadenopathy as well as submandibular
lymphadenopathy which were painless, firm and nontender. Other systems were normal. On investigation,
hemogram was normal. ESR was 64 mm at end of 1
hour. Renal and liver functions were normal. Chest x-ray
showed bilateral hilar lymphadenopathy. Tuberculin skin
test (TST) was positive (13mm). Chest imaging studies
revealed mediastinal lymphadenopathy. Ultrasound
(USG) abdomen was normal. A fine needle aspiration
was performed on cervical lymph nodes using a 22G
needle and stained in Papanicoleau stains. The smears
showed hypercellularity with abundant lymphocytes,
plasma cells, neutrophils and moderate number of
histiocytes. The cytoplasm of the histiocytes exhibited
intact engulfed lymphocytes (emperipolesis) within
them. For definite diagnosis, lymph node biopsy was
performed and sections showed pericapsular fibrosis
and dilated sinuses, heavily infiltrated with large
histiocytes, lymphocytes and plasma cells. Histiocytes
showed feature of emperipolesis, and S-100 antigen
positivity on immunohistochemical stains (Figure 2).
Bone marrow examination was normal. The child was
given a course of antibiotics and planned for referral
to higher center.
Figure 1: Cervical lymphadenopathy

Figure 2: Biopsy showing lymphophagocytosis
(emperipolesis) by sinus histiocytes

Rosai-Dorfman disease (RDD) is a rare histiocytic
disorder initially described as a separate entity in 1969
by Rosai and Dorfman under the term sinus histiocytosis
with massive lymphadenopathy (SHML) in report of
four cases that were originally diagnosed as malignant
reticuloendotheliosis. (1) The disease is most common
in adolescents and young adults, and is particularly
found amongst the African and Caribbean population
and rare in Indian population. (2) the most frequent
clinical presentation of RDD is a massive bilateral and
painless cervical lymphadenopathy with fever, night
sweats and weight loss. Mediastinal, inguinal and
retroperitoneal nodes may also be involved. Extra
nodal involvement by RDD has been documented in
43% of cases with the most frequent sites being skin,
soft tissue, upper respiratory tract, multifocal bone,
eye and retro-orbital tissue with lymphadenopathy
or as an isolated initial manifestation of disease. (2)
Other reported sites include urogenital tract, breast,
gastrointestinal tract, liver, pancreas and lungs. Head
and neck involvement has been reported in 22% of
cases, most commonly the nasal cavity followed by
the parotid gland. (3) The disease is self-limiting with
70–80% undergoing spontaneous remission while other
cases may be chronic with a relapsing and remitting
pattern. (4) Surgery is only required when the lymph
node enlargement erodes into surrounding vital organs
such as heart, lungs and endocrine organs. Other
therapeutic options include trials of chemotherapy with
a combination of vinca alkaloids, alkylating agents and
corticosteroids and or radiation therapies with variable
outcome. (5) There are recent reports of cladribine
(2-CdA), a purine analogue that specifically target
cytokines (TNF-α and IL-6), trialed for use in recurrent
RDD, providing only symptomatic relief. (6)
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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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