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INTRODUCTION

Familial combined hypercholesterolemia is an 
autosomal dominant disorder characterized by 
increase in LDL, VLDL, TG levels. The primary 
defect is a reduction in LDL receptors and increased 
apoB lipoprotein. Xanthomas are not frequently seen, 
but can present with tendon, tuberous and plane 
xanthomas.

CASE REPORT

A 5 year old male child was brought by his mother 
with complaints of multiple yellowish to skin coloured 
lesions present over the joints since 2 years, which 
progressed to involve other sites. There was no history 
of pain over the lesions, trauma, weight gain, hoarseness 
of voice, intolerance to cold, lethargy, chest pain, easy 
fatigability, breathlessness.

Family history of second degree consanguinity was 
present with hyperlipidaemia in father, mother and 
brother. Mother additionally had xanthelasma.

On Examination

Cutaneous - Multiple yellowish to skin coloured, firm, 
mobile, non-tender, lobulated plaques were present 
over both knee and ankle joints.(figure-1). Single skin 
coloured nodule was present on each elbow joint, base 
of right great toe (Fig. 1). Skin coloured to yellowish 
plaque was present over the gluteal cleft, popliteal 
fossa (Fig. 2). Arcus juvenalis was present in the 
eyes (Fig. 3). Oral cavity, hair and mucosa were normal.

Investigations

Routine investigations including blood counts, blood 
sugar, chest X-ray, thyroid profile, liver and renal 
function tests were within normal limits [Table 1]. 
ECG and ECHO was normal. Ultrasound of the 
abdomen was normal. Histopathology of the section 
studied from skin showed epidermis with marked 
thinning (Fig. 4a). The dermis predominantly had 
foamy histiocytes in aggregates and sheets. Touton 
type of giant cells interspersed with fibroblasts giving a 
storiform arrangement was observed at places (Fig. 4b).
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Prior to the study, patient gave written consent to the 
examination and biopsy after having been informed 
about the procedure.

DISCUSSION

Disorders of lipid metabolism are heterogeneous. They 
range from monogenic diseases with high penetrance 
through polygenic disorders.

Circulating lipids are cholesterol, cholesterol esters, 
triglycerides and phospholipids. They are insoluble 
and therefore have to be solubilized by combination 
with proteins like lipoproteins and the proteins 
they contain are generally called apolipoproteins. 
The hyperlipoproteinemias are disturbances of lipid 
transport of cholesterol and triglycerides through 
plasma [1].

They are classified as WHO/Fredrickson’s classification 
of hyperlipoproteinemia/hyperlipidemia [2]:

Type Lipoprotein abnormality
I Hyperchylomicronemia
IIa Elevated LDL (familial hypercholesterolemia)
IIb Elevated LDL and VLDL (familial combined 

hypercholesterolemia)
III Broad β-VLDL (familial dysbetalipoproteinemia)
IV Elevated VLDL (familial hypertriglyceridemia)
V Elevated chylomicrons and VLDL (mixed 

hyperlipidemia)

Xanthomatas are commonly caused by a disturbance 
of lipoprotein metabolism [3]. They can be tuberous, 
tendinous, eruptive, plane (palmar, intertriginous, 
diffuse, xanthelasma), others (corneal arcus, 
tonsillar) [4,5].

Familial  combined hypercholesterolemia is 
characterized by the finding of hypercholesterolemia 
and hypertriglyceridemia within the same kindred 

Figure 1: Multiple tuberous xanthomas over knee, elbow and ankle 
joints.

Figure 2:  Plane xanthoma over popliteal fossa, gluteal cleft.

Figure 3: Arcus juvenalis.

Figure 4: (a) Epidermis and Dermis and (b) showing foamy histiocytes 
in aggregates and sheets.Touton type of giant cells.
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and with-kindred members having either one of 
these abnormalities or both. Patients of familial 
combined hyperlipoproteinemia type II b present 
with high plasma cholesterol, high plasma low 
density lipoprotein (LDL), moderately high plasma 
triglycerides, tendinous, tuberous and intertriginous 
xanthomas and xanthelasma palpebrarum [3].

A diet low in cholesterol and saturated fats and high 
in polyunsaturated fats is recommended. Drugs like 
gemfibrozil, clofibrate are the first choice. Statins may 
also be used [4,6].

CONCLUSION

This case is being presented to highlight the rarity of 
tuberous, tendon, arcus juvenalis, plane xanthoma with 
familial combined hypercholesterolemia.

Consent

The examination of the patient was conducted 
according to the Declaration of Helsinki principles.
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Table 1: Fasting lipid profi le of family members
Test Patient mg/dl Father mg/dl Mother mg/dl Brother mg/dl Normal range
Triglycerides 196 663 222 179 Up to 150 mg/dl

Total cholesterol 1045 358 284 316 Up to 200 mg/dl 

HDL cholesterol 25 52 40 31 30-60 mg/dl

LDL cholesterol 969 215 174 249 Up to 100 mg/dl

VLDL cholesterol 39 38 44 36 Up to 20 mg/dl
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medium, provided the original author and source are credited.
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