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Two Cases of Familiar Hypercholesterolemia Detected by Assaying
LDL-receptor Activity

Hideki OYAMA, Masaya YONEDA and Seiji IDEGUCHI*

Over the past few years, a new technique for the determining LDL-receptor
(LDL-R) activities on cultured lymphocytes has been developed. Using this method,
we report two unrelated patients with familiar hypercholesterolemia (FH).

A 2l-year-old man (Case 1) was referred to our clinic, because of
hypercholesterolemia in May 1995. On physical examination, there were no charac-
teristic signs of FH except slight enlargement of Achilles tendon. His serum levels
of total cholesterol (TC), LDL-cholesterol (LDL-C) and HDL-cholesterol (HDL
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-C) were 360,

hypercholesterolemia, and LDL-R activity was 47% of a healthy control.

(73-year-old man)

ago and was receiving some medications.
obvious enlargement of the bilateral Achilles’ tendons.

287 and 50mg/dl, respectively.

((822% %25 1996)

The patient had type Ila
Case 2

had been found to have hypercholesterolemia almost 20 years

On physical examination, there was
His TC, LDL-C and HDL-

C levels were 347, 288 and 45mg/dl, respectively. This patient also had type Ila

hypercholesterolemia, and LDL-R activity was 34% of a healthy control.

Both cases had very low LDL-R activities and this assay can be used for a

definitive diagnosis of FH

(H Hattori, et al, Lab Clin Prac, 13 :45—49, 1995).
Many molecular variations of LDL-R have been reported.

Gene analysis of our

cases revealed an E119k mutation of LDL-R in case 1, but not in case 2 . (Accepted
on August 5, 1996) Kawasaki Igakkaishi 22(2) :115—118, 1996
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Fig. 1. Achilles tendon X-P

Table 1. Serum lipid study.

186 bp
169 bp
148 bp

Fig. 2. Polyacrylamide gel electro-
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