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B-Sitosterolemia and Xanthomatosis

A NEWLY DESCRIBED LIPID STORAGE DISEASE
IN TWO SISTERS

AsuM K. BHATTACHARYYA and WiLLiaM E. CoNNoR

TasLE |
Clinical Description of the Two Sisters with p-Sitosterolemia and Xanthomatosis

Patient L. H. Patient R. H.
Age, yr 22 20
Height, em 165 165
Weight, kg 62 58
Xanthoma
First appearance:
Tuberous At 7 yr, both elbows
Tendon At 8 yr, extensor tendons of At 7 yr, achilles
both hands
At 14 yr, Achilles
At present
Tuberous Both elbows Both elbows, on both knees
Tendon Extensor tendons of both Extensor tendons of both hands
hands, patellar, Achilles patellar, plantar, Achilles,
both elbows
Plasma lipids, mg/100 ml
Cholesterol 195 206
Triglycerides 81 63
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Plasma Total, Free, and Esterified Plant Sterols and Cholesterol in the Two Sisters
Plant sterols
Total B-Sitosterol Campesterol Stigmasterol Cholesterol
Date of plant - - e —— e —_— -
Patient sample sterols Total Free Ester Total Free Ester Total Free Ester Total Free Ester
mg/ 100 ml

L.H. S5-18-72 32.2 24.5 9.4 15.1 7.5 2.6 5.0 0.2 0.2 Trace* 162.8 40.7 122.1

2-25-72 39.4 289 16.3 12.5 10.4 5.7 4.7 0.1 0.1 Trace 204.8 746 130.2

8-29-72-... 40.3 28.0 10.4 17.8 1.1 3.6 .5 1.2 1.2 Trace 212.6 533 159.3
Mean+SD J'i..‘t“l‘.‘""%?,_l__j:l.& 12037 151226 9.7%1.9 40%1.6 5715 05406 05406 Trace 1934268 56.2417.1 137.1£19.6

R.H. 4772 24.0 16.3 7 8.1 8.1 7.6 3.6 4.0 1.0 1.0 Trace 183.1 333 1498

5-18-72 28.4 19.5 1A 123 8.7 30 5.7 0.2 0.2 Trace 233.4 62.1 171.3

6-15-72.., 26,0 17.4 6.7 Wire.., 8.3 28 54 0.3 0.3 Trace 200.5 53.4 147.1
Mean £SD 26.1.;'2'.7----1.2,7 1.6 7.3£07 104+21 8.2 ;g':'t')'.!---.\.l_:x-.o.‘ 50409 05404 05+04 Trace 2057255 496148 15614133
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J Clin Invest. 1974;53:1033-1043.
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CLINICAL INVESTIGATION AND REPORTS

20
Ezetimibe Effectively Reduces Plasma Plant Sterols )
- - . . s o
in Patients With Sitosterolemia — 10
0
G. Salen, MD, K. von Bergmann, MD, D. Liitjohann, PhD, P. Kwiterovich, MD, J. ~
Kane, MD, PhD, S.B. Patel, MD, PhD, T. Musliner, MD, P. Stein, MD, B. Musser, RQ(
PhD, and the Multicenter Sitosterolemia Study Group § -10
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*p<0.001 compared with baseline and placebo
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Circulation. 2004;109(8):966-71.
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*x 187N\ 5495% : [BE (m) 1 2x18.5~24.9 kg/m2, 50m%h'5645% : [BE (m) 1 2x20.0~24.9 kg/m?2.
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