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Vital sign : BT 39°C, HR 153/min, RR 40/min, BP
90/63 mmHg, BW 9 kg

General appearance : A Thai boy with high grade
fever

HEENT : Silvery, whitish eyebrows and eyelashes,
Pale conjunctivae, no jaundice, a puncture wound 0.2
cm beneath right eye, Clear discharge from left ear

Heart & Lung : normal

Abdomen : Distension, liver 5 cm below RCM, span
14 cm, spleen 7 cm below LCM

Lymph node : Right cervical lymph node 1.5 cm,
firm consistency, movable, not tender

Skin : Spotted hypopigmentation and hyperpigmentation
of sun-exposed skin
MansIaNeIaslfians

CBC : Hb 7.7 g/dL, Hct 22.7%, WBC 20,000//\L, N
15%, L 77%, M 5%, atypical lymphocyte 3%, Platelet
19,000/uL, MCV 62.9 fL, MCH 21.3 pg, MCHC 33.9 g/dL

Peripheral blood smear : RBC : hypochromia 1+,
microcytic 1+, WBC : abnormal large granules in cytoplasm
of lymphocyte, PMN and monocyte (g‘ﬂ“?; 1) Platelet:
2-3 /oil field

Blood chemistry: BUN 4 mg/dL, creatinine 0.52 mg/
dL, Na 128.5 mmol/L, K 4.43 mmol/L, Cl 93.9 mmol/L,
C0O2 17.7 mmol/L

A

Liver function test: total protein 5.6 g/dL, albumin
2.6 g/dL, total bilirubin 4.1 mg/dL, direct bilirutin 2.8
mg/dL, AST 276 U/L, ALT 77 U/L, AP 296 U/L, LDH
1,106 U/L

Urinalysis: sp.gr. 1.030, pH 5.5, protein 4+, sugar trace,
blood 2+, WBC 5-10/high power field (HF), RBC 1-2 /HF

Pus from ear culture: E. coli with extended spectrum
beta-lactamse (ESBL)

Sensitive to amikacin, tazocin, netilmycin and ertapenem

Resistant to ampicillin, cefazolin, ceftriaxone, ceftazidime,
ciprofloxacin, cefepime

Hemoculture: No growth

Chest x-ray: Interstitial infiltration both lungs

Bone marrow aspiration: Hypercellularity, increased
megakaryocyte, increased histiocytes and hemophagocytic
activity, no abnormal blast, large granules were seen in
the cytoplasm of granulocytic series (gﬂ‘*?i 2)
MN99%aael : Chediak-Higashi syndrome with severe
infection
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gﬂﬁ 1 A W B Peripheral blood neutrophil and lymphocytes containing large basophilic cytoplasmic granules
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A Case Report :

Chediak-Higashi Syndrome

Angkana Winaichatsak

Department of pediatrics, Maharat Nakhonratchasima Hospital

Abstract : Chediak-Higashi syndrome is a very rare autosomal recessive immunodeficiency disorder. Here, the
author reports a 10-month-old Thai boy who had prolonged fever for 3 weeks, an abscess beneath right eye and
diarrthea. The physical examination showed anemia, partial albinism and hepatosplenomegaly. CBC revealed
anemia and thrombocytopenia. Peripheral blood smear showed abnormal large granules in the cytoplasm of
lymphocytes, neutrophils and monocytes. Bone marrow smear confirmed the diagnosis of Chediak-Higashi syndrome
showing large basophilic granules in the cytoplasm of granulocytic series. He was treated with antibiotics, blood
and platelet transfusion and high dose vitamin C. The patient was being prepared for hematopoietic stem cell
transplantation, but he expired from severe pulmonary hemorrhage.

Key Words : @ Chediak-Higashi syndrome @ Immunodeficiency
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