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Abstract

Purpose

To report the prevalence of DNA-confirmed Familial Hypercholesterolaemia (FH) in
young patients with acute myocardial infarction, the relative contribution of smoking
and diabetes and to compare these rates with those in the general population.

Methods

A pilot clinical service was established to diagnose FH in young patients ( <50years) with
myocardial infarction at a London hospital. Over 23 months, 231 such patients,
underwent testing for 48 common FH-mutations and whole exon LDLR gene deletions
and duplications. Patients with total cholesterol levels =7.0mmol/L, additionally,
underwent full sequencing of the LDLR gene. Smoking and diabetes history were
recorded. The prevalence of FH, smoking and diabetes were determined and compared
with the prevalence in age and sex matched controls from published surveys.

Results

The prevalence of DNA-confirmed FH was 1.3% (95% confidence interval 0.3%-3.8%)
compared with 0.2% (0.17%-0.23%) in the general population (p-0.012). Observed
prevalence rates for smoking and diabetes were 57% (50.3%-63.6%) and 13.4% [9.2%-
18.6%) respectively in patients, compared with expected rates of 25% (23.9%-26.2%) and
4.6% (41%-5.2%) in the general population (p<0.001 for both comparisons).

Conclusion

FH is an important cause of premature myocardial infarcrion but it accounts for only a
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Pathophysiology
Familial hypercholesterolemia is caused by a reduction or defect in
the LDL receptor, which is also called the apo B/E receptor because it
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Olyective: The aim of this study was to nvestigate, useng T2-mapping. the impact of fusctional instability
in the ankle joint on the development of sarly cartilage damage,

Methods: Ethical approval for this stedy was provided. Thinty-six wolunteers from the university sports
program were divided into three groups Jcoording 1o their anke status: functional ankle instabilicy (FAL
“mitial ankle sprain with residual instabilityl: ankbe spram Copers (initial sprain, without residual
nstability); and controls (without a history of ankle injurics). Quantitative T2-mapping magnetic reso-

___ 1ance imaging {MR]) was performed at the beginning (early-unloading’) and at the end [late-unlasd-
© ng’) of the ME-cxamination, with a mean tme span of 27 min, Zonal region-of-interest T2-mapping was

erformed on the talar and tibial cartilage in the deep and superficial layers. The nter-group compari-
ons of T2-values were analyzed wiing paired and unpained (-2, Statistical analysis of varance was
erformed.

tesults: T2-values showed significant to highly significant differences in 11 of 12 regions throughout the
groups. In early-unboading, the FAl-group showed a significant increase in quantirative T2-values in the
nedial. talar regions (F = 0008, P = DW027). whereas the Coper-group showed this enhancement in the
entral-lateral regions (* — 0.05). Especially the comparson of early-leading to late-unloading values

evealed significantly decreasing T2-vahues over time laterally and significantly increasing T2-values
medially in the FAl-group. which were not present in the Coper- or control-group.

Conclusion: Functional instability causes unbalanced loading in the ankle joint, resultng in camilage
alterations a5 assessed by quantitative TZ-mapping. This approach can visualize and localize early
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