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Chediak-Higashi syndrome (CHS), an 
autosomal recessive defect of polymorpho-
nuclear leucocytic function is characterized 
by increased susceptibility to pyogenic in-
fections, oculocutaneous albinism, neutro-
penia and presence of abnormal granules 
in leucocytes. This rare disorder has been 
described in approximately 80 cases from 
world over including three reports from 
India since its first description(l-3). CHS 
can enter into an accelerated phase mim-
icking lymphoreticular malignancy with poor 
outcome(l). We report an interesting case 
of CHS without albinism in accelerated 
phase. 

Case Report 

A 154-year-old girl, product of a non- 
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:onsanguineous marriage was admitted with 
hree months history of high grade inter-
nittent fever, neck swellings and pallor. 
There was no history of cutaneous bleeds 
or tubercular contact. Examination revealed 
a sick looking, febrile, irritable, photopho-
bic child with moderate anemia and gen-
eralized lymphadenopathy. Skin, hair and 
iris were normal. There were no bleeding 
spots or bony tenderness. The liver and 
spleen were enlarged 5 cm below costal 
margin each. Rest of the systemic exami-
nation was normal. On investigation, hemo-
globin was 7.0 g/dl. Total leucocyte count 
was 5.9 X 109/Lwith22%neutrophils,76% 
lymphocytes and 2% monocytes. Peripher-
al smear revealed predominantly microcy-
tic hypochromic red cells. The neutrophils 
and lymphocytes showed large peroxidase 
positive granules. Few atypical lymphocytes 
were also seen. Platelets were adequate. 
Bone marrow was hypercellular with M:E 
ratio 1.17 : 1 with normal myeloid and 
erythroid maturation. The granulocytes, 
lymphocytes, monocytes and histiocytes 
showed large, prominent, peroxidase posi-
tive inclusions (Fig. 1). Megakaryocytes were 
adequate in number. Electronmicroscopy 
of the marrow revealed large granules in 
the myeloid series in cells (Fig. 2). Lymph 
node aspiration revealed histiocytic hyper-
plasia with hemophagocytosis (Fig. 3). Blood 
culture showed Acinetobacter anitrotus sen-
sitive to chloramphenicol, amikacin and 
cotrimoxazole. Liver functions showed mild 
elevation of enzymes (SGOT-140 IU/L, 
SGPT-157 IU/L) and prolongation of pro-
thrombin time and partial thromboplastin 
time with kaolin. The child was put on IV 
fluids and antibiotics (cefotaxime 100 mg/ 
kg/day and amikacin 15 mg/kg/day). On 
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3rd day she became drowsy and developed 
left sided hemiparesis and VII nerve palsy. 
A lumbar puncture was done which revealed 
few atypical lymphocytes, occasional mono-
cytoid cells and neutrophils with large gran-
ules. CSF protein was 60 mg/dl. The child 
continued to run high grade fever and 
developed fulminant pneumonia on 7th day 
despite supportive therapy with antibiotics 
and blood transfusion and expired three 
days thereafter. 

Discussion 

The present case presented in the ac-
celerated phase of CHS with clinical fea-
tures suggestive of lymphoreticular malig-
nancy. Partial oculocutaneous albinism is 
one of the integral part of this clinico-he-
matological syndrome, yet without albinism 
have also been described in the litera-
ture(4,5). Most of the patients who land up 
in the accelerated phase succumb to illness. 
The term 'accelerated phase' originated in 
1964 and is still used as the exact patho-
physiology remains elusive(6). Whether 
accelerated phase is a neoplastic process or 
expression to a viral reaction is controver-
sial. In few studies, the acceleration has 
been linked with associated malignancy(7,8). 
However, majority describe the accelera-
tion as a consequence of reaction to some 
viral infection. White et al.(9) demonstrat-
ed some virus like particles in peripheral 
blood cells of two patients with CHS. Rubin 
et a/. (10) identified the benign hemophago-
cytic lymphohistiocytosis in these cases and 
ascribed it to viral reaction. The authors 
also coined a new term "virus associated 
hemophagocytic syndrome (VAHS)" for 
this phase in case a virus is also identified. 
Presence of atypical lymphocytes in the 
peripheral blood and cerebrospinal fluid 
along with histiocytic hyperplasia and he-
mophagocytic changes seen in bone mar- 
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row and lymph node favored a reactive 
pathology in the present case. The patient 
has associated neurological deficit, which 
could be due to presence of granules in 
Schwann cells(l) or an acute insult to the 
nervous system in the form of an intracra-
nial bleeding could not be documented by 
doing a CT scan due to difficulty in trans-
porting this sick child. 

The granules found in CHS are to be 
differentiated from those in Alder-Reily 
anomaly, Batten-Spielmer disease, May-
Hegglin anomaly and Hermansky-Pudlak 
syndrome on the basis of different clinical 
and morphological characteristics. Apart 
from the supportive treatment, which in-
cludes antibiotics to control the infection 
and blood transfusions; various treatment 
modalities such as high dose vitamin C, 
corticosteroids, vincristine and transfer fac-
tor have been tried but none has proved to 
be consistently beneficial(l,ll,12). Bone 
marrow transplant, to date, is the only 
available cure(13). 
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Familial testotoxicosis is a rare variety 
of isosexual precocious puberty resulting 
from autonomous Leydig cell hyperplasia 
of testes(l). It is transmitted as a male 
limited autosomal dominant disorder(2). 

Case Report 
A 4-year-old boy was brought to us for 
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evaluation of masculine stature with inap-
propriately large penis (Fig. 1) observed for 
about 2 years. Thereafter, the patient grad-
ually developed a masculine body habitus 
with moustache and adult like hoarse voice. 
However, expulsion of semen on one occa-
sion—when the phallus was handled by the 
mother during a bath—made the parents 
anxious. 

Nevertheless, the boy had no behavioral 
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