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1.9.2 Objectives of this Study:

This study characterizes the risk of dia  es, hyperte: on, chronic renal failure, and
obesity in the Newfoundland BBS carr s by comparing them to other  atives of BBS
cases who do not have a BBS mutation. This is the first study of its type in this
population.

Objectives:

1) To describe the  :idence of endocrine and renal events in a large group of

BBS cases followed for 28 years.

2) To characterize the risk of metabolic and renal condi H)ns in the carriers of

BBS mutations.

3) To determine the relative risk of these events in BBS cases and in carriers

of BBS mutations ba 1 on their BBS genoty
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Table 2: Additional BBS Mutations That Do Not] 1tch Family . cnotype:

Family Mutation BBS Mutations observed in
Identification | Se in Relative of BBS Case
family Case
B10 BBSI BBS 1 and .
| B10 BBS1 BBS 1 and 3
| E BBS 1 and 3
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Table 6: Cumulative Events and Hazard Ratios fi
Cases, Carriers and non Carriers of ' vfoundlar

Diabetes Mellitus comparing
BBS mutations:

Mutation Eventsf.um. xum. Cun um, | Cum. | Mean | Med 1 |Hazard
Presence Events Events Evel vents | Ev. s | age of | age of |Ratio
t30 @atd40 jat S( t60 | at70 | Event| vent <95% CI>
13 <95%
CI>
Carrier 16 0 1.2% |~ 9% | 9.0% | 23.4% | 76.2 |75 0.71
(n=93) <73.3- |<0.30-
76.7> | 1.70>
Non 8 0 0 7.1% | 20.7 |45.1% | 72.7
Carrier o <n/a>
(n=34) _
Case 23 1>.1 | 30./ |os.l 0% | 44.0 | 43 18.16
(n=46) % % % <38.5- |<6.84-
47.5> |48.18>
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