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Family issues and impact of genaetic disease
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EP14. Professional responses to nondisclosura of genetic
informatlon

E, A, France, A. Clarke,

instiiuta of Medical Genslics, Walss, United Kingdan.

The patient's vgit to privacy, and the professional's ebligation to
raspect their confldentiality, are both challenged by the argument

that ganetic information is shared, belonging te a family rathar

than the individual. If important genetic information is not passed

on, then relalives could somatimes be at avoldable risk of disease
complicallons. Professionals are concerned that thay may be legally
heid liable when such complleations arise, and ara baginning to altar
the wording of congent forms for ganatle testing fo coerce those being
testad to make their rasulty available lo othars,

The arguments used o justify forcs disclosura or conseed consent

to disclogure oftan fail to tske account of tha temporat dimension or
tha madical uncertainty about the potential for gvoidable harm form
nan-disclosure. We present three cancar genetle counselling cases
whate nor disclosure was recoghised as &n isate, bat supportive
contact was maintained with the client and - after some yaars- thay
inforrnad their relatives about their genetic status, The benefits to the
clients and thalr family relationships from aflowing them time for such
decislons are very substantial and are easity omitted form bioethicel
dlscussions-of the potantial harm of non-disclosure.

EP135. Faclllating family communication-ahout pradictive genetic
testing for KNPCC: the proband's perception.
C. L. Gaff

Genelic Heallh Services Victoris, Packviile, VICTORIA, Australla.

Although it is known that ganatic information Is rargly completely
shared in fadmilies, genetic proféssionals rely on family members

to nolify relatives that predictive testing for cancer predlsposition

Is avallable, This task usually falls to the proband - the affected
individual in whor tha causative mutation is first found, Probands can
find this & burden and profassional support during this process has
been racommandad (Bonadona at al, Cancer Epiderniol Biomarkers
Prav 11: 97-104),

With the goal of enhancing suppott for probands and maximising
information disseminatlon, we explored tha uility of genetic
counselling and communication alds {o probands Inferming relatives
that pradictive testing was availahle for Haradltary Non Polyposis
Colorectal Cancer (HNPCG).

Five men and seven women wara intarviewed by phons.
Raspandents reported fow difficuties in commupicating informatlon
about testing. Nenetheless, alf respondents failed to inform some
blologleally, socially or geographically distant relatives, Genarally,
respofidents would not-change the way they informad family
mambars, aithough it appesrs that men may require more guldance
and support during this process. Probends concedad that aids such
as latters would ba halpful for other peaple who had communication
problems, but ware seen as a source of acclirate information rathar
than a way of informing additionat relatlves.

Respondents found communication relgiively sasy and probably
represent tha-'best case’ scanario, Genetlc setvices should consider
a more gctive role, working in partnership with the proband to ensure

that all at-risk family members havs access to pradiciive genatla
tasting,.

EP16. fxploring famiites’ psychosocial hoads afier genatic
diagnosis: Perceptions of genetic counselars,

D.R. Schiid;

University of Michigan - Ani Arbor, Ann Arbor, MY, United Ststes.

Anew genetic dingnosis is ikely to raise slgnificant psychosocial
reacitons in a family. Therce is a body of iMerature on tha psychotogical
impacts of these diagnoses, but only anecdolal svidence about other
peychosocial disruptions. In addition, becauses, ganetic counselors

in the United Staies de not usually have long-tarm cantact with their
dlients, thera is little know about the long-term psychosocial heeds
of families with a new dlagnosis. | rapon here on the first of two pitot
studies of families’ psychosoctal needs. The first atudy focuses on
what genatic counselors understand abaut famliles shart-term neads.
The sacond study will be basad an a patlant and family sample and

—> EP17. Rehabillitation treatment in HD: benefits bayond n\o.tol*l:aﬁ

will expressly include iong-tarm adjustments.

We explored the knowledge and practices regarding psychosocial
issuas with the primary provider of ganetic services, getigdc
counselors. We interviewed 20 genetic coungelors about the
psychosocial lssugs derlt with in counseling sasslons, what services.
axist, and client barrlars & using tha services: Genstle counselors
identified a eomplex set of neads for psycholegleal, support and
conorete servicas. Most counselors address likaely antloipate and
discuss psychological responses and famlly social support with
patlenis, Few discuss sush other psychoscocial issuas as coping
strategiaes, environmental resources, and changas in family rolss:
Counsalors discussed barrlers to comprahansive psychosoclal
services, and most often cited thalr lack of fralning, limited time with -,
clients, and external barriers, most Importantly a lack of Insurance Wi
coveraga for care. Counselarg acknowladge that many familles need
long-term follow-up care, and often refer patients to social workers for
those services.

varbal improvament. ‘
B Zinzf", D. Saimago’, B Zappata®, M anfa!r” G. Jacop.'ni' R

"Institute of Science and Cognitive Tachnologies (ISTC/CNRY, Rome, .'tafy, ;
*Caring Home “Nova Salus”, Trasacco, laly, Ynstitute of Neurobtofc)gy anu‘
Molscular Madicine (INMM/CNR), Roms, Italy: \

Huntington's diseass (HD) is a neuro-deganerative, autosnmai
daminant, fate-onset disease characterizad by slowly prograssive
mavement disardars, cognitive dmerlo;a’uon and psychlatr;c
manifastations,

In 1999 wa started a renhabilitation protecol for HD patlenta at the
Caring Home «Nova Salus» of Trasacco, In Abruzzo Region. The.,
interdisciplinary treatmenta were patformed at an Intansive ragimen
for 8 hours a day per 6 4 days (Saturday-only In tha morring, Sundaj
fres), for 3 weeks for a maximum numbar of 3 admiasions par yaar,
The effect of the rehabilitation was svaluated both In terms of motd
performance, quantitativaly assessad through motor scales, andl ‘
termg of subjestive evaluation by patients-and caragivers, Here we
report the results obtained through the latter approach.. -
An ad hoe Questionnalre was devised and sent {o 59 subjacts Fo
fiva of them (76%) sant back the ﬂlled |n quesi;onnaim ‘

by 57.6% of respondants. improvemants were raportad far body
contro! (89.7%), apsech (85.3%), balance (81.3%), gait (80.9%). an
swallowing (80.9%). Posltlve effects were also reported for savaral
psychosocial aspects, namely moad siate (89.4%), establisfing nov
friendshlps (88.8%), raducing apathy (81,3%), family ralaﬂonshlp;
{78%) and soclal relahonshlp (74.4%).

will constitute the base for developing education programs for heal'
cara providers in our country.

EP18. Dlagnosis of a non-llife-threatening, pmgressl\m, o
neuromuscular cand;ﬂon yTha impact oh life'

S: A. Buaton, 8, Sarengf;

"Clinical Geholics Department, St Michaels Hospltal, Brstol, Umted Kingd
FHealth Communioation: Reserach Cenitre, Gardiff Unjversity, Cardirf: Unﬂed
Kingidom,

Receiving a dlaghogis for a progressive, nauromuacu{ar cnnditfon
such as Charcot-Marie-Tooth disanse (CMT) or Myatonic muscula
dystrophy can be news of major gravity. Ihitial sympioms of Suc
conditions ara often rationalisad theough activitles of deity lifg,. !
acceptad as ‘personal tralts’ or simply misdiagnosed for riany yaa
A carrect diagnosis is often not abtainad undll wel! Into adylthood, ]
symptoms bacame moere pronaunced with age, This: revelahon }
have numarous implications for an individual and the!r whola-farm
Hewsaver literature on impact of dlagneaia in pi ogressave nonnhf
threatening conditlons is scarce.
This study collatad data from 25 quastionnairas, A senes af OPE"'{'
questions axplored the mpact on life following diagnosls of CMT
ryotohic dystraphy. An ‘fmpact of Event’ scale providad a. quantfﬁ
measure of the degren of diagnostic impagt, 8 in-depth Intaryiew
gavea greater Insight into persenal experiences of diagnosis,

As initial shock subsides post-diegnosis, a need for more infarmdf
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