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Familial hypercholesterolemia (FH) is one of the most common inherited disorders
It had been already established that the
genetic defects of low density lipoprotein receptors (LDL-R) resulted in FH. Homo-

both in Caucasian countries and Japan.

zygous FH were classified into three phenotypes (receptor negative, receptor defective
and internalization defective type) according to their binding activity to LDL and
internalization ability of the complex. Their allelic mutations were also divided into
failure of synthesis of LDL-R, Class 2: failure of LDL-R
transport from endoplasmic reticulum to Golgi apparatus, Class 3: failure of binding
of LDL-R to LDL, Class 4: failure of clustering of coated pits).

studies focused attention on the structure of LDL-R gene and their function.

four classes (Class 1:

Moreover, recent
We

reviewed these investigations and related them with the clinical manifestrations of FH,

especially in heterozygotes, from our data and clinical experiences.
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TSH receptor in Graves' disease
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This report is referred to the recent knowledge of the TSH receptor antibody,
which concerned with pathophisiological character of Graves’ disease.
1) Method of measurement
TSH receptor antibodies are usually classified as two classes according to method
of measurement. One class, the TSH binding inhibitor antibody (TBIAb) or TSH
binding inhibitor immunogroblins (TBID), blocks the hinding of TSH to receptor and
may impede subsequent TSH regulated events. The second class, the thyroid
stimulating antibodies (TSAb), mimics the effect of TSH, causing hyperthyroidisum.
2) Relationship between TBII and TSAb
In patients with untreated Graves’ disease, there was no correlation between activity
of TBII and that of TSAb. Furthermore, the mean value of TBII and TSAb activities
in serum from two different patients with Graves’ disease coincided with  their
activities in mixed serum from theirs respectively. These results support that TBII
and TSAb show different activity respectively.
3) Clinical symptoms of Graves’ disease and TSH receptor antibody
a. Hyperthyroidism
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