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ABSTRACT 

Adult Polycystic Kidney Disease (APKD) is a genetic disease transmitted in an 

autosomal dominant fashion. There is no cure. Treatment is of the symptoms as they 

appear usually in adulthood. Patients affected by APKD may receive genetic counselling 

from renal physicians. 

The aims of genetic counselling can be described through paradigms which re~ect 

the current understanding of genetics and knowledge of the illnesses. The availability of 

new diagnostic techniques creates a new paradigm concerned with the ethical issues of 

genetic testing and counselling. 

An investigation into patients' knowledge, perceptions and understanding of 

genetic counselling was undertaken at the Renal Unit of Glasgow Royal Infirmary, prior 

to the establishment of a screening and counselling service for those at risk for APKD. 

The main findings of the study were: the majority of patients had received some 

genetic counselling from renal physicians; the majority of patients had relatively good 

knowledge of the symptoms of and treatments for APKD; nevertheless patients believed 

that the two most important items to be included in genetic counselling were information 

about the symptoms and the treatment of APKD; patients did not fully understand the 

genetic inheritance of APKD; they described the risk of transmission of APKD (50-50) 

as a medium risk; almost all patients recommended that their at risk relatives and their 

children be tested for APKD; prior to the availability of prenatal diagnosis, patients 

thought that their children should be tested between the ages of 16 and 20. 

A secondary study, including spouses of those with APKD and also haemophiliacs 

and their spouses, found that respondents favoured prenatal testing without termination 

of pregnancy and that both diseases were rated as being of medium severity. 

These findings raise ethical issues for those giving genetic counselling, and have 

implications for the content of genetic counselling. 
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APPENDIX A: THE QUESTIONNAIRES 

A.1 QUESTIONNAIRE 1 

POLYCYSTIC KIDNEY DISEASE STUDY 

FIRST rnTERVIEW QUESTIONNAIRE 

I IDENTIFICATION 

Study No. LI -.&. ____ 1 ...JI 1 - 3 Hospi tal Number I 1 1 1 I 4 - 9 

Date of Interview 

1- Present surname 

o [ I I [J 10 - 15 Video/Tape Record 0 16 

Card Number I I I 117 - 19 

2. Birth surname 

3. Prenames 

4 . Address 

5. Post code 6. Telephone No . 11---'-1 ---,---,---,-,---,--,1 20-2 6 

D 27 

------
7. Sex Date of Birth ---'-1.-11 28 - 33 

9. !1arital Status 034 

10. Year of marriage OJ 35 - 36 11. Age at marriage ITJ 3i - 3E 

12. Number (live) children c:r:J 39 - 40 

13. Year of birth of children ~ 41 - 42 

14. Number of children deceased 0 43 

15. Year of death CD 44 - 45 16. Cause of death --------

352 



APPENDIX A: THE QUESTIONNAIRES 

QUESTIONNAIRE 1 

II EDUCATION 

1. How old were you on leaving school 

2. What qualifications did you get at school 

3. What qualifications have you received since 
leaving school 

OJ 46-47 

o 48 

o 49 

4. What was the main employment of your Father ________ 050 

5. What were the educational qualifications of 
your Father 

Age on leaving school 

6. What is the main occupation of spouse 

051 
m52-53 

054 -----------------
7. If unemployed, last employment of spouse 

8. Educational qualifications of spouse 

353 

---------- 0 55 

0 56 



APPENDIX A: THE QUESTIONNAIRES 

QUESTIONNAIRE 1 

III OCCUPATION AND ~LOYMENT 

1. What is the name of your present employment? ________________ ___ 

2. Describe briefly what you do? 

3. How long have you been in present job? 

4. Details of previous employment 

Occupation Period of 
employment 

Reason for 
leaving 

5. Does your employer know about your condition? 

6. In what ways is your employer considerate? 

7. In what ways is your employer not considerate? ______________ ___ 

8. Can you describe any special facilities ·or privileges you 
need in your job ? 

9. If unemployed, length of time since last employed. 

10. Reason for unemployment. 

11. Have you been looking for work? 

12. If not, why are you not looking for work? 

354 

CD 58-59 

0 60 
o 61 

062 



APPENDIX A: THE QUESTIONNAIRES 

QUESTIONNAIRE 1 

IV HOUSING STUDY NUMBER o [I 1-3 

1. What is your relationship 
to head of household 

2. Is the accommodation 

Child 

Spouse 

Parent 

Sib. 

Lodger 

Head of Household. 

privately owned 

rented from local authority 

rented froe private landlord 

rented from housing association or 
charitable trust. 

tied 1o'ith job 

rented unfurnished 

other 

Os 

3. On 1o'hat floor is your own front doo r 

4. Is the accommodation 

rooms house hostel boarding house 0 7 
flat caravan institution hotel 

other 
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1. 

2. 

3. 

4. 

5. 

6. 

7. 

8. 

9. 

10. 

APPENDIX A: THE QUESTIONNAIRES 

QUESTIONNAIRE 1 

V Knowledge of Inheritance and transmission 

Can you describe how you got this condition? 

Does this disorder run in the family? 

If yes, which relatives are affected? 

Is this an inherited condition? 

If yes, how is it inherited? 

Can it be passed on to children? 

If yes, how is it passed on? 

Is this a genetic disorder ? 

Questions 9 and 10 to be asked only if respondent understands 
that disorder is genetic. 

Do you know what is the risk or probability for you to 
inherit polycystic kidney disease? 

Do you know what is the risk or probability for your 
children to inherit polycystic kidney disease? 

356 

0 8 
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APPENDIX A: THE QUESTIONNAIRES 

QUESTIONNAIRE 1 

VI Knowledge of Disorder and Treaemen~ 

1. When were you diagnosed as having polycys~ic kidney disease? c:r:J 18-19 

2. Who told you? c:J 20 

3. What were you told about the condition? .•••.••••••.••••.••. 

4. Were you surprised by the diagnosis? 

5. Explain why you were or werenot surprised? ...•.••.•••..•.•• 

6. Are you currently having treatment? 

7. If yes, what treatment are you having? 

8. If no, do you know what treatment is available? 

9. What other forms of treatment are available? 

10. What ' do you know about: (a) hyper~ension 

(b) renal transplant 

(c) haemodialysis 

(d) C.A.P.D. 

(e) dietary restriction 
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0 22 
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0 24 

0 25 

0 26 
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0 28 

c:J 29 

c:J 30 
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APPENDIX A: THE QUESTIONNAIRES 

QUESTIONNAIRE 1 

VIr Social and Statutory Support 

1 . Is your income derived mainly fro~: 

employment 

occupational pension 

state pension 

social security 

sickness benefit 

other (specify) 

2 . Do you get help IoTith rent and rates? 

3. . 00 you receive any form of disability allowance? 

4. How do you normally get about? 

on foot 

bus 

5. 

6. 

7. 

8. 

9. 

train 

own car 

other 

If on dialysis , how do you get to the Hospital? 

Are you a car owner? 

Do you get a mobility allowance? 

Do you have a home help? 

I f yes, how often? 

358 

0 34 
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o 38 

D 39 

o 40 

o 41 



APPENDIX A: THE QUESTIONNAIRES 

QUESTIONNAIRE 1 

VII Social and Statutory Support continued 

10. Do you have regular visits from: 

11. 

12. 

13. 

14. 

15. 

16. 

Health visitor 

District nurse 

Social worker 

General practitioner 

Do you rely on others to take you out? 

spouse 

other relatives (specify) 

neighbours 

friends 

Do you have a life insurance policy? 

Did you have any difficulties getting life 
insurance? 

If yes , describe •.•.....................•••.•.•••. 

Which, if any, Church do you belong to? 

Are you a member of the Kidney Patient Association? 
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APPENDIX A: THE QUESTIONNAIRES 

QUESTIONNAIRE 1 

VIII Problems associ at ed vi th Ki dney disease . 

PROBLEM 

Lethary 

Headache 

Abdominal pain 

Itchiness 

Nausea 

Lack of 
concentration 

Sleepiness 

Sickness 

Which of the followin g do you see as probl ematic ? 

If, for example, you do not have sickness, tick in the not 
applicable box. 

If, on the other hand, you think it quite important, t i ck 
in that box. 

Give ONE tick only for each of the categories. 

Not Not at all 
applicable important 

I 

I 
I 

Slightly 
important 

Quite 
important 

Very 
important 

Extremely 
importan t 

Moodiness 

Back pain I 
i 

-------------+--------.-~-------~--------ii--------~------~------
I ! 

Other (specify) 

Dependence on 
hospital 

Restriction on 
what you eat 

Restriction on 
what you drink 

Feeling different 
from others 

I 

I 
I 

I 
I 

I 
i --1-----+-1 ---.--+---f----

! I 
"I 

I 
I ---1----_._ -_. 

Difficulty at 
I 

! work 

- . . . -- I----~r_----

~-;___-_t_---.~L.----- -.-. 
I Fear of being 

unable to continue 
work. 

Inabi li ty to 
remain the bread-
winner. 

~~ ____ _+_-------t------1----+---.----...,------.-,~----

I 
I 

Loss of job 
through ill health 

I 

1 

Loss of income 
through ill health i 

l. Reduction in I 
I I 

~~~~---_+-------~------7_---.--~-----~-----r------

I standard of 
living. 

--~~~---------+----------_r-----·-~I--------r--------+--------~--------
I 
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QUESTIONNAIRE 1 

VIII Which of the foll owing do you se e as probl ema ti c? (Cont ... ) 

i 
Not I Not at all Slightly Quit e Very Extreme l y 
applicable important important i mportan t import ant imp ort ant 

l2. Restriction on 
physical activity 
ill~wa1king to shops 
and· sport. 

13. Illness puts strain 
on marriage. 

24. Illness causes I 
tension in the I 
family. I 

25. Illness makes it 

I 

I 
difficult to make I 
plans. i 

26. Difficulties in 

i 
I 

I 
I 

keeping friends. i , , 
27. Difficulties in I 

making relation- I 
ships with I 
opposite sex. I 

28. That it is I a 

I 
family / genetic 
disorder. 

29. Illness makes it 
difficult to 

..................... 

.................... . 
(please fill in your 
own category. 
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A.2 QUESTIONNAIRE 2 

~te cf :.-:te:-view ! ·l:,ceo! :.ape ?ccor:: 
~------------~ 

::::c::€!" i er:ce of C-enet:. c C':I.:.:~sell :'::0 

:n c:'is sec::'cn , '..;e '~'ou:d li~e you ':0 :e2.1 l.:S a!:Cllt yeu: ex-;er:'"r.ce cf 
senecic c::;u."lSel.lir,S. C-a,,,et.:'c C::ll:..-:sel2.':':lS is a cisc:.:ssicn a.:,cL: : ~':e 
i&.er:'t.ar:ce of ?oliC'js~ic K:.c."'ley cisease, ,;~e e::ec: cn YOll ar.c ~·Cl.:: 
c:'i2.cren and ~hac YOll ~"'l co abcut it. . 

':'::i5 disC'~ss:cn ::ia:: :'ave ::een es;ecia.!:y a!'rar:r:ed or yc~ r;~'j :':'·Je 
c::rcained t~e in.:or.;-aticn on oc::er oc::.as:'cr.s e.g . · .... hen you · .. er e ::av:' ::g 
t!"eat..'7:ent. or c'.lI'ing a c~ec.'< '.:':> . 

1. Eave YOll ever received lX"..:or.:-.a::'::m abOllt 
inhe!"ita.,ce of ?ClYC'js~ic kier.ey disease? 

2. =! so , · ... ho r:ave yeu tl1i5 :':.fo:::-aticn? 

A , . 
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QUESTIONNAlRE 2 

2. 

3. !f J'es, · ... i;o ~ave yeu t::is i:-':::ll7.aticn? 

6 • >.nd when. 

7. If you have tad genetic counselling, ' .. hic.'1 of t::e 
following apply: 

(a) ~as it your own icea to seek it? 

(c) Jid ycu :eceive cO~iSelli~g c~:~g a :ou~:~e 
:Tieeic.al 'l:'si-:7 

Jid yeur G? s~s~es~ leu ~~d counsell:n~? 

(!) iJi'c oc::er f='.':1i1y ;;:e;..:::er s suS'ses': leu ;'ad 
counselling? 

(g) No c=~selling? 

8. ~ere any of the following cisc~sseC ~i:~ you: 

':':;e risk to you of ini:.eriting ;:ol:1='js-:ic kicney 
c.:sease. 

~~e risk to your c.~ilCren of i;-~~eri:ing ?Oli~jS~:C 
k:::"-:ey c.isease. 

:he adva.'1:,~c:e :,; of ~es:.i;'4C; :::ose a: r :.sk of 
cevelc~ing ?Clj=-!s~:= ~:~.ey c.isease. 
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QUESTIONNAIRE 2 

3. 

:~e =!sacvantages of ~esti~s t~cse at risk of 
cle'lelcping ;:olyC".{stic l<ieney cisease. 

Eow to tell t~ose at r isk . 

Sc:~ning of 3r~t~e!s, 

~'ild-bea!ing age grCU~5. 

possibility of acoption. 

?cssijili~y of fostering. 

Sisters, C~usins in 

Voluntarj c~ilcl=ssness 
c!"lildren . 

cecici~g t~ r.ave no 

jeClci"g to have no ~~re c!1ildren. 

Sterilisaticn. 

Vasectcr.;'j. 

Artificial ins~ination by cenor. (A.I.D.) 

Prevention of polYC"jstic kieney cisease. 

:elling boy:=ier.es!sirl==iencs ttat t~ere is ~~ 
inherited concition in t~e :aocily . 

Telling inlaws!fut~re inlaws that ttere is an 
inherited c:ndition in tte f~i11. 

!r':or.:-.a:icn a.:cUt t::e sy::;:t::;-.s cf :;olYC"jstic 
kidney disease. 
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APPENDIX A: THE QUESTIONNAIRES 

QUESTIONNAIRE 2 

, 
4. 

9. , .. as :leur r.~sta::c/;.,·:'=e prese!"l1: · ... hen Y0L; recei·,ed 
cOll."1Sellir.c;? 

10. If not, .... ould you !"lave liked hi;;V~er to have been 
prese.'1t? 

11. Were any other ;uer!lers of ~he fa'l\i1y C;i ven 
counselling? 

12. If yes, specify. 

13 . Eow :na.,y ti .. es cid you ::ave clsC'.;.ssi er.s a.bo~ ': 
L"1teri~nce of pc1iCjsti= ~:~,ey cisease and 
ef=~ en yeu and you: :~i_y? 

1· --"' 

14 . Eave you ':aken any cec:!s!ons as a :esult or genet:ic 
cou:.sellinc; ? 

15. If yes, cesc~ibe. 
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APPENDIX A: THE QUESTIONNAIRES 

QUESTIONNAIRE 2 

~ . 

3. =:as yeu: ~:1Cwl=-=C:e atou:: :;ol:rC1S-c:,::: ~i:::.ey ':::isease 
a=ec~eC t~is: 

4. !.: ~·es, ces.:=i':e. 

:0 :/C~ :.-:':'~_'< :.::cse I~: :-:,Si\ I s::=~= =e ::2.:: .. .: :::';.l: 
::'31< :t :-":'i:::<; ~':':fC""JS~:= :<:=::y :.:..sa:..se? 

7 . ~C ~'eu :.::::"--< : ::cse '!:. ::'sk' sr.c~= :e :':s~:~ --
::clyc!s-... ic :·dC:ey c!se:..se? 

3. i-tr.y co YCll =..,::r.i< ::::.5? 

9. ;:0 yeu :.:::!'_'< ye..:.:: =..':i':':::!1 s;-:,,~= ::e sc::- ec:::e-:: 
?Clyc!s~ic ki=~~y =iseasp.~ 
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QUESTIONNAIRE 2 

6, 

11 . !s t~is a dif:ic~l~ cec:s:on co c=~e to? 

12. Do you t~ink t~at knowledge of polycystic kidney 
disease could ::-.al<e any difference to t::e lives of 
t.'icse at risk? 

13. If yes , ces==ibe. 

14 . :z! you ::ave ~aa c;ene':ic c::u::.sel.!.':'ng , ::C'''; 'val(;ab:"a ',.;as 
it fer you in :~e :ollcwi~g =esoec:s? 

(a) 

(~) Gave about risk cf 
i::neri':u.ce . 

(c) =el?EC in cec':'ding ~hec::er to have a family. 

(a) Gave ir~o~ation abeu: Syr.T;lt~r..s of 
polY~jstic ~iCney disease . 

(e) Gave in::crn.ation aOout the available 
t:' ea t.':len t . 

(f) Ct~er - desc=ibe 
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QUESTIONNAIRE 2 

i • 

(a) Not ha'/ing c:-.i1:::::1. 

(~) Steril:sacicn. 

(c) Vas ec; cliiY 

(d) A.r.~. (wha~ ap?licab1e) . 

16. Tltr.en (ac:e) co you t:'irJ< c.':i.:!.:::e:1 of a pa:ent \.Ii':o ::as 
~lyc'is:ic Kieney dise:ase, sr:ou.2.:J be t:>ld of t::ei: 
:isk? 

:3. -_ ":..;.., ___ w. 

19. ~r.en (ac:e) :::0 yeu ::::'.:-.k c::cse I at risk I sr:cL:ld be 
tes~ed for ?Ollcys:ic ki~~ey disease. 

(b) Social "'orke: 

(:) ~u:se 
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APPENDIX A: THE QUESTIONNAIRES 

QUES110NNAIRE 2 

9. 

(g) No cour..sellir.g should =e ;i'len . 

21 . != you have not had cr.y genetic c=~-..sellin;, :,u~ it 
is new available , ~hat scr~ 0: i~~~atien would you 
like incl:;c:ed? 
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APPENDIX A: THE QUESTIONNAIRES 

QUESTIONNAIRE 2 

9. 

!::r. ::cw !:;:;:-cr~an'C is it to ClSc..JSS t::e ::>l!c'f'lir.g :'n a."'(J cOl!:":selli::<; a=CL:-: ;c:'::'c.:·s:.:'t; 
~i~ey disease, its :.~':e:it.mce and :':.s ef:ec~ cn j"CU ar.d you: :a.~lj ? 

1-

2. 

3. 

4. 

5. 

5. 

. - ' ,. 

?lease tic~ ::"l :::'e a::;:r:::;:riat: ::0:< c&?Er.cing on ::c'..; i::i?c:,-:r.~ "!C'.l :::i:-_i( ~-: :::'"7: 
is. 

110t 
:a:::pli~le 

~e risk to ycu! 
of inheri :ing 
polYC'jsdc 
i< ieney disease 

':'!1e risk to you: 
. "' " . C:ll_c.ren 0:: 

'01: "·'09 ""'''l _ .. e •• '-_. ._. 
cjstic l<i::";ey 
c:isease 

':'!:e ac;an::ases 
of tes::ing 
:::ose ?'; risk 
of ceve.!.cpir.g I 

polycystic 

I i<ier.ey cisease 

'::-:e cis- - I . aC:va."'lta0; es 
of testing 
:::05e ac risk, 
of ceve2.cping 
polY::-jstic 
l<ieney disease 

:ow to tell 
t::ose at risk 

Sc:-eeni::g of 
bro-:::e:s, 
siste:s, 
cousi:-.s in 
c::i1 ~ea::'::g 
as.: ::ct:~.s . 

I 
I 

I 

I 
I 

I 
i 
I 
I 

I 

I 

I 
I 
I 

Sct at all I Sli;~cly 
:~r~ar.c I :~:-:ant 

I 
I 

I 
I 

I 

I 

I I 
! I I 

I 

I i 

I I 
I I 

I I 
! 

I i I 
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APPENDIX A: THE QUESTIONNAIRES 

QUESTIONNAIRE 2 

lO. 

I ~;ot I 
I I I 

:';01: a~ all i Sli;::t:ly I ,=ui ':.e , '1-:::y i ::::r::- -=;,,~ l! 
i.,;:or~~1: :~:--:~r4t I ; -;:;0"-" t : i:7;o!-:=.:::' i rp?EcaOl' • I ... - - ___ "'l i :::-;:c r~~-.. ; 

I 
7. ?cssi!:>ili ty of 

I 
I I 

acioption I I ! -.-.-

I 
i 

8. ?':lssi!:>ili t1 of 

I fostering 
I I .. ·-r----- - --

9. Volantary J 
c."lilClessness -
cecicing to 
have no c.'lilere. 

I 

havJ I 
I 

I 

10. ~ecicing to 

1 

, 

r.o mer: 

I I 
, 
I 

c~ilcren I 
, 

I I 

I I I I I 

11- ,;Vailabl: I I i 

!=r.tily I I I ! 

pIaI'.ni::g I 
I 

, 
methocs. I I , 

I : I 

Sterili.3aticn 

12.3 . Vasect=r.ty 

i 
I 

I I , 
14. ,~~i:icial I 

! i , 
i::Se!:"~;-.aticn I 

I ':;y conor i I ! 

I I (A.I.D. ) I I I 
i i I -
I I 

i I I , - ?reven~icn of : 
_::>. I , 

I 
, 

;:olYC'jstic i I 

i I 
kic''iey cisease I : 

I I I I I 
I 

I , ~ 

t _0. 

~::at t::ere 
is an 
innerited 
::~r.ci:.:'cn ::1 
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QUESTIONNAIRE 2 

11. 

Not Not at all ! Sl.i;::t!y ~:~e ··/e:"/ i 
:::<=:;.."i,e2y 

la??li~l~ i.7.?Or,:~c i i~r-a~t 
.; ::'::)Or-~" I ::.-:;.0 :-:.!.. jC .:... . ?C:~~~ 

; 
- ' 0 - •• i 

; 

: I I I I 17. ,:,elli~g i:1-1aI-l5/ I 

fl!t~9 i:1-1aws I I 
t!1at there ;-

-~ an I 

inherited 
condition in 
t!1e far.tily 

13. L"lior:;-ation 
about t.'e 
S'j!ipt cr.lS of 

I ?olYC'jstic 
l<ic,"1ey disease I 

I i 
13. .:''''::cr::at:cn I 

about t.~e 
t=eao,:""'lt 

I· 
availai::l1~ 
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APPENDIX A: THE QUESTIONNAIRES 

A.3 Q UESTIONNAIRE 3 

POLYCYSTIC KIDNEY DISEASE STUDY 

Third Interview Questionnaire 

Study Number : Name : 

Date of Interview : 

SECTION 1 

Some of thse questions may not seem relevant to you . Could you 

please try to complete all the questions. 

1. What is the name of your kidney problem? 

2 . How did you get it? 

3 . What can be done to help? 

4 . What are the medical problems? 

5 . What other (if any) problems are associated with it? 

6 . How is it discovered? 

7 . Can you catch it? 

8 . Can it be prevented? 

9 . Is it serious? 

10 . Where can you get information about APKD7 
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QUESTIONNAIRE 3 

SECTION 11 

1. How many children do you have? 

2 . Did you plan your children? 

3 . Did your knowledge of APKD affect this? 

4 . Would you like to have children? 

5 . How many children would you like to have? 

6. Does your knowledge of APKD affect this? 

7 . Would you like to have grandchildren? 

8 . Would you like to have grandchildren if they might have APKD? 

9 . Do you think that your children should have children? 
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QUESTIONNAIRE 3 

SECTION III 

1. Do you think that your children should be tested for APKD ? 

2 . Do you want to know whether your children have not or have APKD? 

3. What are the advantages of testing those at risk? 

4. What advantages .'are there for you of having your children tested? 

5 . What are the disadvantages of testing those at risk? 

6 . Would you rather not know if your children were affected? 

7. Is (was) it a relief to tell your child that he/she is at risk? 

8 . Do you think that those 'at risk ' have a right to know of their ri ~ 

9 . Do you think that parents should withhold from children informatior 

about this risk? 

10. To whom does the information that APKD is inherited belong : 

a Affected person 

b Doctor 

c Child of an affected person 

11. Should children be given the information that APKD is inherited 

regardless of views of parents? 
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QUESTIONNAIRE 3 

SECTION IV 

1. What , if any, difference to your life ha s APKD made? Describe. 

2. Does APKD cause any problems for you? Describe . 

3 . How long have you felt like th is? 

4 . Do these difficulties make any difference at hom e? 

5 . Do these difficulties make any difference at work? 

6. Have you had to make any changes in your life as a result of APKD? 

7. What were your feelings when you were told you had APKD? 

8. Do you worry in case one of your children is affected? 
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QUESTIONNAIRE 3 

SECTION V 

Which of the following apply 

l. APKD is a Passed from generation to generation 

b Can only be passed from female to female 

c Can only be passed from male to male 

d Can only be passed from female to male 

e Can only be passed from male to female 

2. The risk of inheriting APKD is a A big risk 

b A medium risk 

c A small risk 

3 . The risk of passing on APKD is a A big risk 

b A medium risk 

c A small risk 

4. AFKD a Sometimes skips a generation 

b Always skips a generation 

c Never skips a generation 

5. The risk of inheriting APKD is a 1 in 20 

b 50-50 

c 1 in 4 

d 1 il" 2 
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APPENDIX A: THE QUESTIONNAIRES 

QUESTIONNAIRE 3 

Which of the following apply 

1 . All children of a person with APKD will 

develop the condition 

2 . On average half the children of a person 

with APKD will develop the problem 

3. On average half the children of a person 

with APKD are at risk of developing the 

problem 

4 . All children of a person with APKD are at 

risk of developing the problem 

5. A person with APKD will sometimes have a 

parent with APKD 

A person with APKD will always have a 

parent with APKD 

A person with APKD will never have a 

parent with APKD 

6 . Does APKD always have symptoms 

Does APKD sometimes have symptoms 
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QUESTIONNAIRE 3 

SECTION VI 

1 . What, if any, of the following symptoms may 

be associated with APKD? 

Obesity 

Headache 

Kidney Stones 

Infection in urine 

High blood pressure 

Heartburn 

Cloudy urine 

Tiredness 

Digestive problems 

Pain 

Itchy skin 

Swollen ankles 

2 . Which , if any, of the following could help someone 

with APKD? 

Water tablets 

Blood pressure tablets 

Kidney machine (dialysis) 

Exercise 

Diet 

Kidney transplant 

Rest 
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QUESTIONNAIRE 3 

SECTION VIH 

Problems Associated with Kidney Disease 

Which of the following do you see as problematic? 

If , for example , you do not have sickness, tick in the not applicable 
box . 

If , on the other hand , you think it quite important, tick in that box . 
Give ONE tick only for each of the categories . 

ProBLEM i Not I Not at all i Slightly Quite 

I applicable 'important ~ important important 

l. Lethargy 
I I 
I I r I 

! t; 
2. Headache 

3. Atrlamnal palIl 

4. Itchiness 

5. Nausea 

6. Lack of 

concentration 

7. Sleepiness 

8 . Sickness 

9 . Mcx:rliness 

10 . Back palIl 

11. Other ( spen£y ) 

12 . Dependance 0.1 

hospital 

D . Restrl.cb.on on 

what you eat 

14. Restrl.ctl.on on 

what you drink 

15. Feehng different 

fran others 

16 . Difficulty at work 1 
17. Fear of being f 

unable to continue \ 

work • . , 
~ 

18 . Inabl.h tY to , 

remain breadwinner I 
19 . Loss of Job due 

to ill-health 

20. _LOss of lIlcane ~ 
through ill health 

11. Redactioll :ill stalld d 
_c , .: . . ~ ........ 
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QUESTIONNAIRE 3 

SECTION VIIi (Cont ... ) 

Which of the following do you see as problematic? 

PROBLEM Not 
applicable 

22 . Restriction on • 
i 

physical activity 

lk ' I eg o wa 111g to 1 
shops . sport } 

; 
! 
I 23 . Illness puts i 

strain on marrilfe 

24. Illness causes 
tension in the 
family 

25 . Illness makes it 
difficult to m~ 
plans .; 

: 
26 . Dilficulties in .; 

keeping friends j 

1 
27. Difficulties ini 

making relationships 
with opposite s~ 

28 . That it is a 
fanily/genetic 
disorder 

29 . Illness makes i 
dilficul t to 

(please fill in yo 
own category ) 

'\ 

, 

I 
I . 
I 

Not at alI i Slightly 
important : important 
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QUESTIONNAIRE 3 

SECTION VII I 

How important is it to discuss the following in any counselling 

about polycystic kidney disease , its inheritance and its effect 

on you and your family? 

Please tick in the appropriate box depending on how important 

you thin k an item is . 

1. The risk to yru 
of inheriting 
polycystic 
kidney disease . 

2. The risk to your 
children of 
inheriting poly
cystic kidney 
disease. 

3. The advantages 

; Not 
applicable 

of testing those 
at risk of develop
ing polycystic 
kidney disease . 

4 . The disadvantages 
of tes ting those 
at risk of devlop
ing polycystic 
kidney disease . 

5 . How to tell 
those at risk 

6. Screening of brothers , 
sisters , cousins I in 
Childbearing age! 
grrups . I 

Not at all I Slightly 
iI1l?ortan t iI1l?ortan t 

, 
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Quite 
iI1l?ortan t 

Very 
important 
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7. Possibility of 

adoption . 

APPENDIX A: THE QUESTIONNAIRES 

applicable 

QUESTIONNAIRE 3 

~ot at alI I Slightly 
l.l11pOrtan t irnportan t 

Quite 
~rtant 

Very 
important 

Extrenely 
important 

_ ....... 'S"'." ...... __ 1""-. "'': ' ''' .'-~ ~~ OJ . .... -:-A" •• , .. , ••• •• :. , ' , .. • ._ , ~,,~ ... ...... 0'_ --'_-" _ .; ... .. ..... .. .. .. , ...... .. . ... _ 

a . possibility of 

fostering . 
----------~-... ---,.- ... -.. ---~------ .---~-----"-""".--.. ,,, .. --.... __ .. -.-

i 
9 . Voluntary 

childlessness 
deciding to ~ 
have no children (. 

---------....... -... ,..~~__.i • .._w.~ ....... 
10 . Deciding to 

have no more 
children . ----------.-;------.. f--~-... '-J ...... j£Jft ... I~,.' .• r~ ...... ~ ....... -."" ~.,.,~ " _,_,· . ...,... .. _ .(4 ... __ '. : ": ... - ,. ... ".,.._~~ : .. ; ..... r>I . .. "' - ... 

11. Available 
fanily planning 
methcx:is 

12 . Sterilisation 

, 

Ii' 
....... --~-- .. · .. --,,---- .. t- ....... """"--.,..·--~--.. ~-.....· .. ---... ··- .. .. .... ~-. i : 

. . I 
------------~----... .. -~--~·---"'-.l ... -.~.· O"IIf ' .. '~~""" ~-.. ~ .... ~.' ... - -'-. "' .1 ' '' ' 4-0. ... d. • • l _ V_ . __ .... . _. · 

. , I ! 
13 . Vasectany '- . I . ! ------...;;;..-•. -~~~-':-..-.,.,..~----..--.--...------.--~ · ........ -~·"·~r\ '~--.. ....... )..n-M.~._.._ . ..... ___ M<...__ __ _ 

• I I . , 
14 . Artificial '; ; I l i 

byin~:::;a~!~I __ J ___ .. ___ 1 -~-- .--"'l... . . -.. .. .._. 
15. Prevention of I! ! 

~2:~s~~~ease l ! __ ~_j_._<_J_. __ .. _. ____ . 
'I' Ii II I;! 16 . Telling boy/girl 

friends that there 

is an inherited j ~ condition in the 

fanily. __ ~-L ... w • .-..-._._ ... ... _
v

,.#-_ . ..... 
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QUESTIONNAIRE 3 

- PF"'~I"'i '~ --'-""-'- '_ . ... 4oJ -;" ..... .. '" I_ ~ ' "'' '~ ''-'-''- ~ ':' ' ''~~''''. ''.~''''-'-'~I''' _ _ _____ ... __ . __ 

. Not I Not at all ~ Slightly Quite . Very Extrernel~ 
applicable t important ! important I important · importanat import an 

----------------~; -----.... .-.----.----... ---~--,-~ ... ~- ... -.. - . 
17 . Telling in-laws/ 

future in-laws 

, 

that there is an 
inherited conditio~ 
in the fanily. 

-~!I--~~--~~---:------
18 . Infonmation i ! 

about the syrrpt= 
~ 6f polycystic I , 

____ k_idn_e_y_d_i_S_e_as_e_._~! ____ -;;-___ ._-+ _______ . ____ _ 

the trea trnen t I 
available. 

. --.--..----.--.-

19. Infonnation about ! I.' 

---------_!-._ ......... _-_ .. !. .... _ .... _- ... ---_ .... - .. .. - .. . ,-.. .... .. .... .. " .... " ..... --- ... .... , .. · .. · ' ~·_. I .. ~ .... ... , .... " ........ _ ... ... . 
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QUESTIONNAIRE 3 

nn Problems associated with Kidney disease . 

nO!lLE1 

Lethary 

r.eadache 

Abdominal pai n 

Itchiness 

~ausea 

Lack of 
concentratio n 

Sleepiness 

Sickness 

h~ich of the following do you see as proble~atic? 

If , for exam?le , you C!O not have sickness , tick in the not 
applicable box . 

If , on the other hand , you think it Guite important , tick 
in that box . 

Give ONE t ick onl y for each of the categories . 

~ot ~ot at all 
applicab l e icportant 

~I 
I 
I 
I 

I 
I I 

i 
I 

1 

I 
I 

I 

Slightly 
icportant 

I 

Quite 
icportant 

I 

Very 
icportant 

I 
I 
I 

Extreme ly 
:'t'lportant 

-

_~_!o_o_C!_i_n_e_s_s --.--Ir. _________ L----r----------I,·------f------+------
3ack pain I 
Othe r (specify) I I I 
Dependence on I I I 
hospita l " 
~---!----!-----;--- ~---+-----;----

?estriction on ',I I 
",-hat you eat 

Restriction on I I I 
-..:hat you drink ____ + ____ -;-____ _ 

_ ~_;_~_!_i_:_~_h_~_~_!_f_e_r_c_n_t __ '-___ . _____________ j .... __ .. -~.J _. __ __ .. ___ ~-----.;-------
Ditficul ty at I II I 
\.' or~ 

...:;:..::~~;...:.~~~_~_f_t_:_e_!_:_;_t_i_n_u_e-T _____ ·_-_-_I ~_1-i=~J_' ______ ,. ____________ _ 
Inabilit y to 
r emain the bread-
winner . , 

Loss of job 
~hro u gh i l l hea l th 

Loss of income 
~hrough i ll heal~h 

Red uction in 
standard of 
living . 

1 
, I ___ ~----~-----

-~i - I 
-- I 
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QUESTIONNAIRE 3 

VIII l~ich of the follo~ing do you see as pro~le~atic? (C0nt ... ) 

'22 . Restriction on 
physical activity 
eg . walking to shops 
a nd sport. 

23 . Illness puts strain 
on ltarriage. 

24 . Illness causes 
tension in the 
facily . 

25 . Illness makes it 
difficu lt to make 
p l ans . 

26 . D:'i ': iculties in 
kee?ing friencs . 

27 . Difficulties in 
making relation-
ships t.rith 
opposite sex. 

28 . That it is a 
fa:r.i1y/ genetic 
disorder . 

29. Illness n:akes it 
diificult to 

........................ .. .......... ...... 

...... .. ................ .. .............. .. 

(pl ease fi ll in your 
own category . 

I 
Not I Not at all Sl ightly Quite Very 
app licab l e ir:lportant important icportant ir:lportant 

I 
I I I I 
I I I I 
I I 

I I I I ! I .. 

! 

I L I 
I . 

I 
I 
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A.4 QUFSIlONNAIRE 4: APKD 

I N 5 T Rue T ION 5 

Please read the whole questionnaire before answering the questions. 

I hope that the questions are clear. 

I . Host questions require only a tick in the appropriate box. 

2. At first glance, one or two questions may not seem appropriate 
to .you. For example, if your children have grown up please 
answer in the present as if you were considering grandchildren, 
or possible grandchildren. 

3. Polycystic kidney disease affects men and women equally. 
50 please, men, it is just as important to have your views 
on these subjects. 

4. While I appreciate that you wish to help each other, I would like 
vhere possible to hear your own views. This is particularly 
important vhere couples are concerned. 

All the information is strictly confidential to me alone. 
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QUESTIONNAIRE 4: APKD 

A. 
QUE S T ION N A IRE 

Name: Study Number: ••...•••.. 

I. Sex: Kale 0 Female 0 

2. Age Range: 15 - 19 0 
20 - 24 0 
25 - 29 0 
30 - 34 0 
35 - 39 0 
40 - 44 0 
45 - 49 0 
50 - 59 0 
60 and over 0 

3. Marital Status: Married o 
Single 0 
Widowed 0 
Di vorced/Separated c:J 
Other 0 

4. What is your relationship to adult polycystic kidney disease? 
Please tick the appropriate box. 

Affected 0 Spouse of affected person 

Screened and unaffected 0 Spouse of screened and unaffected 

At risk (unscreened) 0 Spouse of at risk person 

Unaffected 0 Spouse of unaffected person 

Don't Know 0 
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QUESTIONNAIRE 4: APKD 

B. Study Number 

QUE S T ION N A IRE 

Children and Grandchildren: 

I. Bow many children have you ever had? 

2. Please fill in one line in the following table for each living child. 

Child Not at Screened and Not ~et 
Number Age Risk Affected Unaffected Screened 

D D 0 0 
2 0 0 0 0 
3 0 0 0 0 
4 0 0 0 0 
5 0 0 0 0 
6 0 0 0 0 

3. How many grandchildren have you ever had? . ..................... 
4. Please fill in one line in the folloving table for each living 

grandchild. 

Grandchild AEErox. Not at Screened and Not :let 
Number Age Risk Affected Unaffected Screened ---

0 D 0 0 
2 0 0 D 0 
3 0 0 0 0 
4 0 0 D 0 
5 0 D D 0 
6 0 0 0 0 
7 0 0 0 0 
8 0 0 D 0 
9 D 0 D 0 
10 0 0 D 0 
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QUESTIONNAIRE 4: APKD 

C. Study Number .•••.•••.•••.•.•.. 

QUE S T ION N A IRE 

SCREENING FOR POLYCYSTIC KIDNEY DISEASE 

I. Do you think that your children (or grandchildren) should be tested for adult 
polycystic kidney disease? 
(I f you do not have children, please answer as if you do, or if you have 
grandchildren, answer as if you are responsible for them). 

Yes 0 No 0 Don I t lCnow 0 Not Applicable 0 Have Already Been Tested 0 

2. At what age would you like to know whether or not your child (or grandchild) 
had adult polycystic kidney disease? 

Prenatally (Before birth) 0 
o - 4 years 0 
5 - 9 years 0 

10 ,- 14 years 0 
15 - 19 years 0 
20 years and over 0 
Don't Know 0 

3. Do you think that other members of your family, 
e.g. brothers, sisters, cousins, who may be at risk 
for adult polycystic kidney disease, should be told 
of their risk? 

Yes 0 No 0 Don't Kn.ow 0 

4. Do you think that other members of your family, 
e.g. brothers, sisters, cousins, who may also be at risk 
for adult polycystic kidney disease, should be tested, 
i.e. have an ultrasound examination to show whether or not 
they have inherited adult polycystic kidney disease? 

Yes 0 No 0 Don't Know 0 Not Applicable 0 Have Already Been Tested 0 
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QUESTIONNAIRE 4: APKD 

D. Study Number ••.•.•••........... 

QUE S T ION N A IRE 

PRENATAL SCREENING 

I. If, in the future. it becomes possible to tell during pregnancy whether 
or not a baby has polycystic kidney disease. do you think couples sbou1d 
take such a test? 

Yes D No D Don't Know D 

2. Would you consider taking such a test to determine whether or not your 
baby had adult polycystic kidney disease? 

Yes 0 No D Don't Know 0 

3. Would you consider taking s uch a test to be followed by termination of 
the pregnancy. if it was shown that the baby had adult polycystic 
kidney disease? 

Yes 0 No D Don't Know 0 

4. Prenatal diagnosis is frequently carried out in the second three 
months of pregnancy as it takes time to carry out all the necessary 
tests. 

Would you consider having prenatal diagnosis for adult polycystic 
kidney disease followed by termination of an affected baby if that 
procedure could only be carried out in the second three months of 
pregnancy? 

Yes D No D Don't Know 0 

5. Recent advances in genetics should make it possible for prenatal 
diagnosis for adult polycystic kidney disease to be carried out in the 
first three months of pregnancy. 

Would you consider having prenatal diagnosis for adult polycystic 
kidney disease followed by termination of an affected baby if that 
procedure is carried out in the first three months of pregnancy? 

Yes 0 No 0 Don't Know 0 
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QUESTIONNAIRE 4: APKD 

E. Study Number .......•...•........ 

QUE S T ION N A IRE 

TERMINATION OF PREGNANCY 

I. Which of the following best reflect your views on abortion or 
termination of pregnancy? 

(a) I believe that it should be available on request [] 

(b) I am totally against it 0 
(c) I believe that it should be available sometimes [] 

2. Under which of the following circumstances would you consider 
termination. 

(a) For reasons of the mother's physical health [] 

(b) For reasons of the mother's mental health [] 

(c) Because tbe family is too large 0 
(d) Because the mother is a young teenager [] 

(e) Because tbe mother is unmarried [] 

( f) Because the mother is over 40 [] 

(g) Because one of the parents has AIDS 0 
3. Would you favour termination if it could be determined early in pregnancy 

that the baby would definitely have 

(a) Slight p\:tysical handicap Yes 0 No [] 

(b) Severe physical handicap Yes 0 No [] 

(c) Mild mental handicap Yes 0 No [] 

(d) Severe 18Cntal handicap Yes 0 No [] 

(e) Adult polycystic kidney disease Yes 0 No [] 

(f) A disease from which the child is likely 
to die before the age of 5 years Yes 0 No [] 

(g) A disease from which the child is likely 
to die between the ages of 6 and 10 years Yes 0 No [] 

(h) A disease from which the child is likely 
to die between the ages of II and 15 years Yes [] No [] 

(0 The bleeding disorder haemophilia Yes 0 No 0 
(j) AIDS Yes 0 No D 
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QUESTIONNAIRE 4: APKD 

F. Study Number .••.••. . •• ••.•. • .•.. 

QUE S T ION N A IRE 

Could you please rank the following conditions in order of the degree of impairment 
likely to be caused to the individual: 

Very Very 
Mild Mild Moderate Severe Severe 

I. Overweight 

2. Previous Heart Attack 

3. Epilepsy 

4. Cancer 

5. Adult Polycystic Kidney Disease 

6. Stomach Ulcer 

7. High Blood Pressure 

8. AIDS 

9. Diabetes 

10. Chronic Bronchitis 
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G. 

J. 

2. 

3. 

4. 

5. 

6. 

7. 

8. 

9. 

10. 

APPENDIX A: THE QUESTIONNAIRES 

QUESTIONNAIRE 4: APKD 

Study Number .•.•••••••••.•.•. 

QUE S T ION N A IRE 

YOu have already been asked to assess the level of impairment of various 
conditions. Could you now think how others might view these conditions. 
To help you to do this, can you imagine that you are the manager of a 
Life Insurance Company and that people with the following conditions 
have applied for insurance. For each of the applicants, please say to 
what extent the manager might increase the cost above the normal level . 

Slight Moderate High 
Normal Increase Increase Increase 

Overveight 

Previous Heart Attack 

Epilepsy 

Cancer 

Adult Polycystic Kidney Disease 

Stomach Ulcer 

High Blood Pressure 

AIDS 

Diabetes 

Chronic Bronchitis 
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A.5 QUESTIONNAIRE 4: HAEMOPIIILIA 

INS T Rue T ION S 

Please read the whole questionnaire before answering the questions. 

I hope that the questions are clear. 

I . Most questions require only a tick in the appropriate box. 

2. At first glance. one or two questions may not seem appropriate 
to you. For example. if your children have grown up please 
answer in the present as if you were considering grandchildren. 
or possible grandcbildren. 

3. While I appreciate that you wish to he lp each oth er. I would like 
where possible to bear your own v iews . This is particularly 
important where couples are concerned . 

. The information is strictly confidential. 
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QUESTIONNAIRE 4: HAEMOPHll..IA 

A. 
QUE S T ION N A IRE 

Name: Study Number: .• . ....... 

J. Sex: Kale 0 Female 0 

2. Age Range: 15 - 19 

20 - 24 0 
25 - 29 0 
30 - 34 0 
35 - 39 0 
40 - 1.4 0 
45 - 49 

50 - 59 

60 and over 

3. Marital Status: Married 

Single 

Widowed 

Divorced/Separated 

Other o 
4. What is your relationship to Raelllophilia? 

Please tick the appropriate box. 

Baemophilia Kale 0 Spouse of Raemophilia Hale 0 
Kale Unaffected 0 Spouse of Hale Unaffected 0 
Female Carrier 0 Spouse of Female Carrier 

Female Rot a Carrier 0 Spouse of Female Not a Carrier 0 
Feaale Carrier Spouse of Female Carrier 

Status Not Known 0 Status Not Known 

DOD 't Know 0 
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QUF.SI10NNAIRE 4: HAEMOPHILIA 

B. Study Number •.•••••.•••.•.•.• 

QUE S T I 0 N,N A I R £ 

Children and Grandchildren: 

I. Hov many children have you ever had? .......... .................... 
2. Please fill in one line in the following table for each living child. 

Fema i.e 
Carrier 

Child Male Hale female Female Tested Status 
Number --- Age Haemophilia Unaffected Carrier Not A Carrier Unknown 

0 D D 0 0 
2 D D D D 0 
3 0 D D D 0 
4 0 D 0 D 0 
5 0 0 0 0 0 
6 0 0 0 0 0 

3. How.any grandchildren have you ever had? •••••••••••••••.••••.. 

4. Please fill in one line in the folloving table for each living 
grandchild. 

Female 
Grand Carrier 
Child ~. Hale Hale Female Female Tested Status 
Number Age Uaemo2hilia Unaffected Carrier Not A Carrier Unknown 

O · 0 0 0 
2 0 0 0 D 0 
3 D D 0 0 D 
4 D 0 0 0 D 
5 0 D D 0 
6 D 0 0 0 0 
7 D 0 0 0 
8 0 D D 0 0 
9 0 0 0 0 0 
10 D D 0 0 0 
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QUESTIONNAIRE 4: HAEMOPHll...IA 

C. Study Number 

QUE S T ION N A IRE 

SCREENING FOR CARRIER STATUS IN BAEMOpnILIA 

I. Do you think that your daughter (or granddaughter) should be tested for carri e r 
status? 
( If you do not have a daughter, please answer as if you do, or if you have 
granddaughter, ansver as if you are responsible for them) . 

Yes 0 No 0 Don ' t Know 0 Not Applicable 0 Have Already Been Tested 

2. At what age would you like to know whether or not your daughter (or 
granddaughter) is a carrier for haemophilia? 

Prenatally (Before birth) 

o - 4 years 

5 - 9 years o 
10 - 14 years 

15 - 19 years 

20 years and over o 
Don ' t Know 

3. Do you think that other members of your family, 
e.g. aunts, sisters, cousins , ~10 may be at risk 
of being a carrier for haemophilia, should be told 
of their risk? 

Yes 0 No 0 Don ' t Know 0 
4. Do you think t hat other members of your family, 

e.g. aunts, sisters, cousins, ~10 may also be at risk 
of being a carrier of haemophilia, should be test d, 
for carrier status. 

Yes 0 No 0 Don ' t Know 0 Not Applicable 0 Have Already Been Tested 0 
5. At what age would you like to know whether or not your son had haemophilia. 

Prenatally (before birth) 0 
o - " years 0 

. 5 - 9 years 0 
10 - 14 years 0 
15 - 19 years 0 
20 years and over 0 
Don ' t Know 0 
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QUESTIONNAIRE 4: HAEMOPHlLlA 

D. Study Number .•................. 

QUE S T ION N A IRE 

PRENATAL SCREENING 

J. If, in the future, it becomes possibl e to tell dur ing pr gnancy whether 
or not a baby has haemophilia, do you think couples should take s uch a 
test? 

Yes 0 No 0 Don't Know 0 

2. Would you consider taking such a test to determine whether or not your 
baby had baemophilia? 

Yes 0 No 0 Don't Know 0 

3. Would you consider taking s uch a t st to be followed by t rruination of 
the pregnancy, if it, was shown tha t the ba by had haemophilia? 

Yes 0 No Don't Know 

4. Prenatal diagnosis is frequently carried out in the second three 
months of pregnancy as it takes time to carry out a ll th t! n cessary 
tests_ 

Would you consider having prenatal diagnosis for haemophil ia 
followed by termination of an affected baby if that procedure 
could only be carried out in the second three months of 
pregnancy? 

Yes 0 No 0 Don't Know 

5. Recent advances in genetics should make it possib l e for prenatal 
diagnosis for haemophilia to be carried out in the first three 
months of pregnancy. 

Would you consider having prenatal diagnosi s for haemopliilia 
followed by teraination of an affected baby if that procedure 
is carried out in the first three months of pregnancy? 

Yes 0 No Don't Know 
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QUESTIONNAlRE 4: HAEMOPHILlA 

E. St udy Number . .... . . .. . ... . .. ... . 

QUE S T ION N A IR E 

TERMINATION OF PREGNANCY 

I. Which of the following best re f l ect you r v iews on abortion or 
termination of pregnancy? 

(a) I believe tbat it should be avai l ab l on reques t 

(b) I am tota lly again s t it 

(c) I believ e tbat it s hould be avai labl e s ome time s 

2. Under which of the following c i r cumstances would you consider 
termination. 

(a) For reas ons of the mother' s physi a 1 hea lth 

(b) For reasons of the mothe r ' s men a l hea lth 0 
(c) Because the f amily is too larg 

(d) Because the mothe r i s a young t eenager 

(e) Because tbe mothe r i s unma r r ied 

([) Bec aus e the mothe r i s ove r 40 0 
(g) Because one of th e pa r en ts has AIDS 

3. Would you favour t e rmination if i t could be determi ned ear ly in 
tbat the baby would definitely h av e 

(a) Slight phys ical handic ap Ye s 

(b) Severe physical handicap Yes 

(c) Mild mental handic a p Yes 0 
(d) Severe mental handicap Yes 

(e) Bae.ophilia Ye s 

(£) A disease from which the child i s likely 
to die before the age o f 5 years Yes 0 

(g) A disease from which the child i s like ly 
to die between the ages of 6 and 10 year s Yes 0 

(h) A disease from which the ch i ld i s l ike ly 
to die be tween the ages o f II and 15 yea r s Yes 0 

(1) AIDS Yes 0 
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QUESTIONNAIRE 4: HAEMOPHll..1A 

F. Study Number ...•. • .• • .... .... . .. 

QUE S T ION N A IRE 

Could you please rank the following conditions in order of the degree of iwpairru'nt 
likely to be caused to the individual: 

Very Very 
Hild Hild Hoderate Severe Sever 

, 

I- Overweight 

2. Previous Heart Attack 
I 

3. Epilepsy 

4. Cancer 
I 

I 
5. Hae.mopbilia I 

I 
6. Stomach Ulcer ! 

I 
7. High Blood Pressure I 

! 
I 

8. A1DS 
I 

9. Diabetes 

10 . Chronic Bronchitis 

I 

401 



G. 

\. 

2. 

3. 

4. 

5. 

6. 

7. 

8. 

9. 
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QUESTIONNAIRE 4: HAEMOPHlLlA 

Study Number ............ .• .. . 

QUE S T ION N A IRE 

You have already been asked to assess the level of impairment of various 
conditions. Could you nov think how others might view these conditions. 
To help you to do t~is, can you i.agine that you are the manager of a 
Life Insurance Company and that people with the folloving conditions 
have applied for insurance . For each of the applicants, please say to 
what extent the manager might increase the cost above the normal level. 

Slight Moderate High 
Normal Increase Increase Increase 

OVerweight 

Previous Beart Attack 

Epilepsy 

Cancer 

I Baemophilia 

Stomach Ulcer ! 
I 

Bigh Blood Pressure 

AIDS 

Diabetes 

Chronic Bronchitis 
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APPENDIX B: FURTHER DEMOGRAPHIC INFORMATION 

B.I INTRODUCI1oN 

In this Appendix, the demographic, social, education and occupational information 

for each patient that was gathered during the first interview, but that was not used in the 

explanatory variables in Chapter 9 is described. 

B.l AGE AT MARRIAGE 

The year and age at marriage was asked of all those who were ever married. The 

distribution by sex and age at marriage of the ever-married is shown in Table B.I. The 

ages at marriage ranged from 16 to 35 and the great majority (42 out of 56) were married 

between ages 20 and 29. 

Table B.l. 

First population: ever-married, subdivided by sex and age at marriage. 

Ever-married Ever-married 
Age at marriage females males Total 

Up to 19 8 1 9 

20-24 13 11 24 

25-29 7 11 18 

30-34 2 2 4 

35-39 0 1 1 

Total 30 26 56 

B.l PARENT'S QUALmCATlONS 

Many patients were asked about their parent's qualifications, though this was not 

felt to be an appropriate question for all these interviewed; many did not know what their 
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parents had done. Of the 52 who were asked, only two identified that their parent had had 

any qualifications at all, both of these being ordinary level school certificates. 

B.4 PARENT'S OCCUPATION 

Patients were also asked about the occupation of their parent; in most, perhaps all, 

cases the occupation of the patient's father was given. These occupations were classified 

in the same way as the patient's occupation had been. Table B.2 shows the occupations 

of patients (the 'permanent' occupation, as defined in Section 9.8) and of parents. 

Table B.2 

First population: occupations of patients, subdivided by sex, and of parents 

Female Male Total 
Occupation patients patients patients Parents 

Managerial 2 1 3 

Self employed 3 

Professional 2 2 4 

Lesser professions 6 3 9 3 

Clerical 18 4 22 6 

Service jobs 4 1 5 

Foremen 3 

Skilled manual 5 5 14 

Semi-skilled manual 5 7 12 19 

Unskilled manual 5 1 6 14 

Farmers 1 2 3 5 

Agricultural workers 1 1 

None 3 3 

Total 44 27 71 71 

It is clear that there has been considerable 'upwards mobility' in that the 

occupations of the patients include many more lesser professional and clerical jobs than 
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the parents, who had many more manual jobs. Among the parents 47 (66%) had 

occupations classified as skilled, semi-skilled or unskilled manual, with a further 8 (11 %) 

in the manual jobs of foreman or farmer, whereas among the patients there were only 23 

(32%) in the skilled, semi-skilled or unskilled manual jobs, with a further 4 (6%) in 

farming and agriculture. By contrast 31 (44 %) of the patients were in lesser professions 

or clerical jobs, compared with 9 (13%) of their parents. 

The contrast between the occupations of patients and their parents can be tested by 

grouping the occupations into 'non-manual' and 'manual', the former including: 

managerial, self-employed, professional, lesser professions, clerical and service jobs; and 

the latter including foremen, skilled, semi-skilled and unskilled manual, fanners and 

agricultural workers. Table B.3 shows compares the patients' and the parents' occupations 

on this basis. In the 2 by 2 table formed by omitting the 3 with no stated occupation 

Fisher's exact test showed that the probability of the top right hand cell having as few or 

fewer than 2 was 0.0096, and so significant at a 1 % level. 

Table B.3 

First population: patient's occupation (across) by parent's occupation (down) 

Non-manual 

Manual 

Total 

Non-manual Manual None Total 

14 

27 

41 

2 

2S 

27 

3 

3 

16 

SS 

71 

The purpose of asking about the main occupation of the patient's parent was to 

make a comparison of occupation status between generations. It is possible that, in the 

presence of a chronic illness transmitted in an autosomal dominant pattern, there could be 

downward social mobility and this could be measured by comparing the occupations of 

parent and child. Downward mobility could happen in these families because the affected 
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parent was unable because of ill health or premature death to remain in employment with 

the result that opportunities for the family could be reduced. In other words in these 

circumstances not only is the illness transmitted from one generation to the other but 

social disadvantage may also have been transmitted (paterson and Inglis 1975). The 

comparison of the occupation of the study respondents with the occupation of their parent 

shows that the reverse has occurred. This may reflect two factors: frrst, the study 

population included a high proportion of women, who are more likely to be in non-manual 

occupations than their fathers; and secondly there has been a changing pattern of available 

work in central Scotland with the decline of heavy industry. The shift to non-manual work 

evident in this population may be no greater than has happened in the population of this 

part of Scotland as a whole over a corresponding period, and might be even less, but at 

least it is in the same direction. 

A further point to consider, however, is the extent to which those who suffer from 

APKD choose less strenuous occupations, and therefore move into non-manual 

occupations. It should also be noted that there is a difference between the study population 

and their parents. All of the study population apart from the six who were unaffected had 

APKD. On average only half of their fathers should have had APKD. 

B.! SPOUSE'S QUALIFlCATIONS AND OCCUPATION 

Those who were married were asked about the qualifications and occupation of 

their spouses. The qualifications were classified into the same four levels as were those 

of the population, and the occupations were likewise classified in the same way as the 

study population. For the 15 single respondents no information about spouses is 

applicable. 
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Table B.4 shows a comparison of spouse's and patients qualifications, including 

only those who were ever-married. Only one of the spouses was recorded as having any 

post-school qualifications, though 11 had school examination qualifications. 

Table B.4 

First population: ever-married only; 
comparison of education levels of patients and spouses 

Education level Ever-married patients Spouses 

1 

2 

3 

4 

Not asked 

Total 

36 

4 

10 

6 

56 

34 

11 

1 

10 

56 

Table B.5 shows a cross-comparison of the educational levels of patient and 

spouse, excluding the 15 single patients. There is a tendency for those with higher 

educational levels to have spouses also with higher educational levels. For the 2 by 2 table 

formed by excluding the 'not asked' and grouping education levels 2, 3 and 4 together 

both for patients and for spouses Fisher's exact test shows that the probability that the 

patients in level 1 have would as few or fewer than 3 spouses in levels 2-4 is 0.0045, so 

significant at a 0.5 % level. 
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Table B.5 

First population: ever-married only; 
educational levels of patient (across) and of spouse (down) 

uvell uvel2 uvel3 Level 4 Total 

Levell 25 2 6 1 34 

Level 2 2 1 3 5 11 

Level 3 

Level 4 1 1 

Not asked 8 1 1 10 

Total 36 4 10 6 56 

Table B.6 shows a comparison of the occupations of ever-married patients and of 

their spouses; many of the spouses were now retired or were housewives, and questions 

about their previous occupations were not asked. Table B.7 shows a cross-comparison of 
. 

the occupations of ever-married patients and spouses, grouping occupations into the broad 

categories of non-manual and manual. 

There is some similarity in the overall distributions of patients and their spouses, 

and a small, but not significant, tendency for patients and spouses to have the same broad 

category of occupation. In the 2 by 2 table formed from Table B.7 by omitting the row 

and the column each headed 'none', Fisher's exact test shows that the probability of the 

manual patients having as few or fewer than 8 non-manual spouses is 0.1571, not a 

significant value. 
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Table B.6 

First population: ever-married only; patient's occupation and spouse's occupation 

Occupation Patients Spouses 

Managerial 

Self employed 

Professional 

Lesser professions 

Clerical 

Service jobs 

Foremen 

Skilled manual 

Semi-skilled manual 

Unskilled manual 

Farmers 

Agricultural workers 

None, housewife, retired 

Total 

Table B.7 

2 

2 

8 

15 

4 

5 

10 

5 

2 

1 

2 

S6 

First population: ever-married only; 
patient's occupation (across) by spouse's occupation (down) 

Non-manual Manual None 

Non-manual 20 8 1 

Manual 10 9 1 

None 1 6 

Total 31 23 2 

B.6 EMPLOYMENT STA1US 

2 

1 

7 

10 

8 

1 

2 

5 

7 

5 

1 

7 

S6 

Total 

29 

20 

7 

56 

Patients were asked about their current employment. Only 39 out of the 71 (55 %) 

were currently employed, the remaining 32 (45%) not being employed. The distribution 
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of current occupation and current reason for not being employed is shown in Table B.8, 

subdivided by sex and marital status. 

Table B.8 

First population: employment status and current occupation, 
subdivided by sex and marital status 

Employment status Single Married 
and current occupation females females Males Total 

Employed 

Managerial 1 1 2 

Professional 1 1 

Lesser professions 1 2 3 6 

Clerical 5 3 3 11 

Service jobs 1 1 1 3 

Skilled manual 3 3 

Semi-skilled manual 2 1 4 7 

Unskilled manual 1 1 1 3 

Farmers 1 2 3 

Total employed 12 8 19 39 

Not employed 

Housewife . 1 16 17 

Retired 5 6 11 

Unemployed 1 1 

Others 1 2 3 

Total not employed 2 22 8 32 

Total 14 30 27 71 

Only 6 patients (5 females and 1 male who turned out to be unaffected) had 

reached the normal retirement ages of 60 for females and 65 for males, and all but one 

of these (a female) was retired. There were a further 6 (1 female and 5 males) who were 

described as retired, the youngest of whom was 51. All but one of these gave 'illness' as 
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the reason for leaving their last job, and only one of these was actively looking for work. 

One young single female was unemployed and also looking for work. 

Since the symptoms of APKD are likely to have appeared by middle years it is not 

surprising that there are few older people in this population, and that many of them had 

had to retire early. This points to the need for patients with APKD to consider that they 

may have a shorter working life and, for those with occupational pension schemes, a 

smaller pension. 

B.7 DoES THE EMPLOYER KNOW ABOtrr THE CONDmoN? 

There is evidence from studies into chronic illnesses such as haemophilia (Markova 

and Forbes 1984) and epilepsy (Edwards et at 1986) and from evidence given by the 

Huntington's Chorea Association (Wilson 1992) of the reluctance of people with these 

illnesses to inform their employers of their illness for fear of discrimination. This may be 

pertinent in conditions such as APKD which can have a long symptom free period and in 

which a positive diagnosis can be made at an earlier age. 

Patients were asked whether their employer knew of their condition and the results 

are shown in Table B.9. Of the 39 in this population in employment, 29 (74%) reported 

that their employer knew that they had APKD compared with 4 (10%) who had not told 

their employer; the question was not asked of 6 of the patients. This is in contrast to those 

with haemophilia (Markova et al 1977) where SO % of employers had not been informed 

that the employee had haemophilia. 
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Table B.9 

First population: 'Does your employer know about your condition?' , 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

Yes 8 7 14 29 

No 2 1 1 4 

Not asked 2 4 6 

Not employed 2 22 8 32 

Total 14 30 27 71 

B.8 1I0USING AND lYPE OF ACCOMMODATION 

Patients were asked questions about their housing: first, what was their relationship 

to the head of the household; then how was the house owned (owner-occupied, local 

authority, •.. ); what type of building was it (house, flat, ••. ); and how many floors up was 

the entrance. House ownership has been discussed in Section 9.9. The results for the other 

questions are shown in Tables B.I0(a), (b) and (c), subdivided by sex and marital status. 

All the males described themselves as heads of household, and all but one of the 

married females (29 out of 30) described themselves as spouses of the head (including one 

of the widows, but not the other). A majority of the single women (8 out of 14, mostly 

but not all younger ones) were still living at home with their parents. 

Unsuitable housing can cause problems in the management of patients with chronic 

illness. For example patients unable to climb stairs can become prisoners in their own 

home when the front door is not at ground floor level. 
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Table B.I0 

First population: subdivided by sex and marital status. 

Single Married 
females females Males Total 

(a) relationship to head of household 

Head of household 4 1 27 32 

Spouse 29 29 

Child 8 8 

Other 2 2 

(b) type of building 

House 11 24 22 57 

Flat 3 4 3 10 

Other 2 2 4 

(c) 'on what floor is the front door?' 

Ground 11 2S 25 62 

First 1 3 1 S 

Other 2 1 1 4 

Total 14 30 27 71 

Traditionally a high proportion of Scottish city dwellers live in flats with or 

without lifts. In this population 62 out of the 71 (87%) had ground floor accommodation 

with only 9 (13 %) living in upper floor flats. 

Two patients complained of having problems with their housing. In one case there 

was damp and in the other case the patient could not manage the stairs. In both instances 

the patients rented their houses from private landlords. 

B.9 INCOME MAINTENANCE 

Patients were asked a series of questions relating to their income and what sort of 

welfare benefits they received. The first of these was about the main source of their own 
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or their spouse's income; further questions asked about whether they received certain 

benefits such as help with rent and rates, or whether they received disability allowance. 

The answers to these questions are analysed in Tables B.ll and B.12. 

Table B.ll 

First population: main source of income, subdivided by sex and marital status. 

Single Married 
females females Males Total 

Employment 10 23 16 49 

State or occupational 1 6 5 12 
pension 

State or occupational 2 2 
sickness benefit 

Social security 2 1 3 

Other 1 1 3 5 

Total 14 30 27 71 

The main source of income for 49 out of the 71 (69%) was their own or their 

partner's employment. A further 12 out of the 71 (17%) received occupation or state 

pensions, and the remaining 10 were in receipt of other benefits as shown in Table B.12. 

Table B.12 

First population: 'do you get help with rent and rates or disability allowance?', 
subdivided by sex and marital status. 

Neither 

Rent and rates 

Disability allowance 

Both 

Total 

Single Married 
females females Males Total 

14 

14 

414 

23 

4 

2 

1 

30 

19 

2 

2 

4 

27 

56 

6 

4 

5 

71 
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15 out of the 71 (21 %) received help with rent and rates, or received disability 

allowance, or both, as shown in Table B.12. All those receiving help with rent and rates 

lived in local authority rented houses, but two of the 9 receiving disability allowance lived 

in their own houses. 

This study did not examine the financial needs of patients in relation to benefits 

that they may be entitled to. The uptake of benefits may reflect the presence of a social 

worker or other member of staff who informs patients of the benefits that are available 

and how to apply. It may also reflect the presence of an active patient organisation. For 

example, the Huntington's Chorea Association in Edinburgh informs all members of 

benefits and how to apply and from time to time has speakers from organisations such as 

Disablement Income Group who can give advice. The corresponding group for patients 

with APKD is the Kidney Patients Association, which is a national organisation concerned 

with the welfare of all patients with a kidney problem. In the United Kingdom there is no 

organisation only for those with APKD. 

B.IO KIDNEY PATIENTS ASSOCIATION 

Patients were asked whether they were members of the Kidney Patients Association 

(of which there was a branch in the hospital), and, if not, whether they knew of it. The 

answers are shown in Table B.13. Only 9 out of the 71 (13 %) were members and 32 out 

of the 71 (45%) did not know about the organisation. 
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Table B.13 

First population: membership and knowledge of Kidney Patients Association, 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

Member 6 3 9 

Not member, but knew 7 IS 8 30 
about KPA 

Not member, and did not 7 9 16 32 
know about KP A 

Total 14 30 27 71 

It is of interest to look at the answers to this question by severity of disease, and 

the results are shown in Table B.14. None of those who were unaffected know about the 

organisation. 

Table B.14 

First population: membership and knowledge of Kidney Patients Association, 
subdivided by severity of disease. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

Member 2 7 9 

Not member, but 6 10 14 30 
knew about KP A 

Not member, and did 6 6 11 9 32 
not know about KP A 

Total 6 14 21 30 71 

B.ll TRANSPORT 

Transport to and from hospital can be problematic for patients when the hospital 

is not well served by public transport. Patients were asked about their normal method of 

transport and whether they owned a car. The results are shown in Table B.IS. 
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Table B.lS 

First population: method of transport and car ownership, 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

Car owner and user 4 14 19 37 

Car owner, but uses other 1 6 7 
transport 

Normally uses bus 7 7 7 21 

Normally uses foot or 2 3 1 6 
other transport 

Total 14 30 27 71 

A majority of patients (44 out of 71 or 62%) owned and normally used a car. A 

further 7, all females, had a car in the family but normally travelled by other methods. 

21 (30%) normally used bus, and a further 6 (8%) used other methods of transport (foot, 

bus or train). 

For most patients getting to the hospital was not a problem. Two, however, both 

married females, normally used an ambulance for hospital visits. 

Three patients (all male and including two car owners) received a mobility 

allowance, and one married female had applied for one. 

B.12 CONfACT WITH OTHER AGENOES 

All patients attended renal clinics at Glasgow Royal Infmnary, but it was also of 

interest to assess the degree of medical and community support received by these patients. 

Questions were asked about what visits they had from other community health 

professionals. The results are shown in Table B.16. One patient received visits from all 

four professionals asked about, one received visits from their general practitioner and 
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from a district nurse, 5 received visits from their general practitioner, and 64 (90%), 

including all the single females, received no visits at all. Of the 7 who received visits 

from someone, 5 were in severity of disease category 3, and one each were in categories 

·0 and 1. 

Table B.16 

First population: contact with community health services, 
subdivided by sex and marital status. 

. Single Married 
Regular visits from: females females Males Total 

General practitioner, 
district nurse, 
health visitor and 
social worker 

General practitioner and 
district nurse 

General practitioner 

None 

Total 

14 

14 

1 

3 

26 

30 

1 

2 

24 

27 

Pati~nts were also asked whether they had a home help; none did. 

B.Il TAKING our 

. 1 

1 

5 

64 

71 

Patients were asked whom they relied on to take them out. For many this was not 

a problem, since they were well able to get about themselves. Four females relied on their 

husbands to take them out; two females relied on other relatives (but one of these was a 

young single girl). None relied on friends or neighbours. 
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B.14 LIFE INSURANCE 

The difficulties for those with an incurable and potentially life threatening illness 

of getting life insurance has recently been highlighted by those working with patients with 

HIV. Indeed the inability to get life assurance is frequently stated to be a serious 

disadvantage for an individual who is found to be mv positive as well as for those with 

illnesses such as haemophilia (Wilkie 1987). It is unlikely that applicants for life assurance 

and known to suffer from A~KD could be accepted on ordinary premium rates for 

ordinary life assurance (Brackenridge 1977). Some form of life assurance is frequently 

used for mortgage protection and for a prospective house purchaser with dependents some 

form of mortgage protection is clearly desirable (Wilkie 1987). While it is possible to 

obtain a loan for house purchase without a life policy the disadvantage is that if the 

borrower dies prematurely the house may need to be sold to repay the debt. The problem 

for those with APKD regarding life assurance are, therefore, quite acute. The nature of 

the illness is that those 'affected may die prematurely and if they are diagnosed as having 

APKD or know of their own increased risk of APKD they are likely to have difficulty in 

obtaining life insurance. 

Patients were asked whether they had had difficulties in obtaining life assurance, 

and, if so, why. The results are shown in Table B.17. 
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Table B.17 

First population: life assurance, subdivided by sex and marital status. 

Single Married 
females females Males Total 

Life assurance and no 5 20 24 49 
difficulties 

Life assurance, but with 2 5 2 9 
difficulties 

No life assurance 7 5 1 13 

Total 14 30 27 71 

58 out of the 71 (82%) had acquired some form of life assurance and 13 (18%) 

had not. Nine (13%) stated that they had had difficulties in getting life insurance; 6 were 

charged a higher premium, 2 got less cover and 1 found that because she knew about 

APKD she could not now be accepted, though she had been accepted earlier. The nine 

who had had difficulties included a larger number of females (7) than of males (2). 

Only one of those who was most severely affected (category 3) had had difficulty 

in obtaining life insurance. All of those who were unaffected had life assurance, and none 

had had difficulty. 
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C.I MEDICAL POPULATION 

Medical information was gathered from the hospital records for 64 out of the 71 

in the first population. These 64 (40 females and 24 males) are described as the 'medical 

population'. The records were not available for 7 patients, as noted in Section 6.7, of 

whom 6 were found to be unaffected with APKD, and one died before the second 

interview. The records were incomplete in some respects for a few of the other patients. 

In this Appendix the medical information is summarised and discussed. 

In most cases the data are analysed by sex and marital status, as defined in Section 

9.3. The medical population included the following: 

Single females 14 

Married females (including 2 widows) 26 

Males (all but 20 married) 24 

Total 64 

C.2 REASON FOR REFERRAL AND AGE AT REFERRAL 

APKD is an illness of variable age of onset and of variability both in when patients 

present with symptoms and in the severity of the symptoms, and the population reflects 

this. 

There were several reasons given to explain why the patient was referred to the 

renal unit by their general practitioner. The reasons for referral subdivided by sex and 

marital status are shown in Table C.l and the age at referral subdivided by sex and 

marital status in Table C.2. The year of referral was also recorded and is shown in Table 
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C.3. The most common reason for referral was hypertension with 28 out of 64 (44%) 

referred for hypertension. Curiously, for most of the male patients (10 out of 11) this was 

described in the hospital records as 'blood pressure', and for most of the female patients 

(15 out of 17) as 'hypertension', but these have been put together in Table C.l. Loin pain 

was the second most common reason for referral with 12 out of 64 (19%) referred for loin 

pain. 

The age at referral ranged from 14 to 56 for females (average 29.2, standard 

deviation 13.2) and from 18 to 60 for males (average 38.6, standard deviation also 13.2). 

Table C.l 

Medical population: reason for referral, subdivided by sex and marital status. 

Single Married Males Total 
females females 

Hypertension 8 9 11 28 

Loin Pain 1 7 4 12 

Haematuria 1 2 3 6 

End stage renal failure 1 2 1 4 

Urinary tract infection 1 1 1 3 

'APKD' 2 1 3 

Chest pain 2 2 

'Pain' 2 2 

Cerebrovascular accident 1 1 

Pregnant 1 1 

Reason missing 1 1 2 

Total 14 26 24 64 
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Table C.2 

Medical population: age at referral, subdivided by sex and marital status. 

Single Married Males Total 
females females 

10-14 1 1 

15-19 5 1 6 

20-24 5 6 1 12 

25-29 3 2 5 

30-34 4 4 8 

35-39 2 2 2 6 

40-44 4 5 9 

45-49 1 2 4 7 

SO-54 2 2 4 

55-59 1 1 2 

60-64 1 1 

Not recorded 2 1 3 

Total 14 26 24 64 

Table C.3 

Medical population: year of referral, subdivided by sex and marital status. 

Single Married Males Total 
females females 

1960-64 2 2 

1965-69 2 1 1 4 

1970-74 2 4 3 9 

1975-79 5 7 12 24 

1980-83 5 11 7 23 

Not recorded .. 1 1 2 

Total 14 26 24 64 
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C.3 CREA11NINE 

The creatinine level at referral and the latest creatinine level were recorded. These 

are shown in Tables C.4 and C.S. 

Table C.4 

Medical population: creatinine at referral, subdivided by sex and marital status. 

Up to 99 

100-199 

200-299 

300-499 

500 & over 

Not recorded 

Total 

Single Married Males Total 
females females 

9 

3 

2 

14 

Table C.S 

12 

4 

2 

2 

3 

1 

26 

3 26 

12 19 

4 6 

2 4 

2 7 

1 2 

24 64 

Medical population: latest creatinine level, subdivided by sex and marital status. 

Single Married Males Total 
females females 

Up to 99 9 7 16 

100-199 2 4 8 14 

200-299 3 3 

300-499 2 1 3 

500 & over 1 3 2 6 

End stage renal failure 2 9 9 20 

Not recorded 1 1 2 

Total 14 26 24 64 

The creatinine level had in almost every case increased between referral and the 

latest recording, in some cases very substantially. The few cases where there had been a 

small reduction were all ones with low creatinine, less than 100, levels on both occasions. 

424 



APPENDIX C: SUPPLEMENTARY MEDICAL INFORMATION 

The changes were very small a difference between 65 at referral and 60 on the latest 

reading. 

C.4 BWOD PRESSURE 

The blood pressure of the patient on referral and the latest blood pressure reading 

were recorded. On each occasion two readings are taken, systolic and diastolic. The blood 

pressures have been grouped in accordance with the following schedule, which also shows 

the numbers in each category at referral and at the latest date. 

Table C.6 

Medical population: blood pressure category at referral and at latest date. 

Category Systolic Diastolic At referral At latest date 

Low/low up to 119 up to 89 6 6 

Medium/low 120 to 159 up to 89 15 19 

Medium/medium 120 to 159 90 to 109 15 29 

Medium/high 120 to 159 110 & over 2 

High/medium 160 & over 90 to 109 15 3 

High/high 160 & over 110 & over 12 4 

Not recorded 1 1 

Total 64 64 

Tables C.7 and C.S show this subdivided by sex and marital status. 
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Table C.7 

Medical population: blood pressure category at referral, 
subdivided by sex and marital status. 

Category Single Married Males Total 
females females 

Low/low 3 2 1 6 
Medium/low 8 6 1 IS 

Medium/medium 2 9 4 IS 

Medium/high 

High/medium 1 6 8 15 

High/high 3 9 12 
Not recorded 1 1 

Total 14 26 24 64 

Table C.8 

Medical population: blood pressure category at present, 
subdivided by sex and marital status. 

Category Single Married Males Total 
females females 

Low/low 2 1 3 6 
Medium/low 8 8 3 19 

Medium/medium 3 14 12 29 

Medium/high 1 1 2 

High/medium 1 1 1 3 

High/high 1 3 4 

Not recorded 1 1 

Total 14 26 24 64 

Table C.9 compares the blood pressure readings at referral and at present 

(excluding one patient whose blood pressures were not recorded). Many of those with high 

blood pressure at referral had lower current readings, which possibly reflects successful 

treatment. In total 20 out of 63 (32 %) were currently in the same category as at referral, 
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28 (44 %) were in a lower blood pressure category and IS (24 %) were in a higher blood 

pressure category. The worsening could be because of deterioration with time. There were 

patients whose hypertension was extremely difficult to control. 

Table C.9 

Medical population: 
blood pressure categories at referral (across) and at present (down). 

Category UI MIl Mlm HIm Hlh Total 

Lowllow 2 2 1 1 6 

Med/low 3 8 S 3 19 

Med/med 1 7 6 9 6 29 

Med/high 1 1 2 

High/med 3 3 

High/high 1 2 1 4 

Total 6 IS IS IS 12 63 

c.s SYMPTOMS 

The presence of certain symptoms of APKD was recorded. These are discussed 

below. 

c.s.t Loin pain 

Loin pain is a frequent symptom of APKD. The medical records classified loin 

pain according to severity: none, mild, moderate, severe and very severe. The degree of 

loin pain is shown in Table C.IO by sex and marital status and in Figure C.I by sex and 

marital status and by age group. 49 out of 64 (76%) suffered from some degree of loin 

pain and this finding supports studies discussed in Chapter 3. Only one male had no pain, 

but 12 females, all but one under age 3S, had no pain. 
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Table C.1O 

Medical population: degree of loin pain, subdivided by sex and marital status. 

Degree of pain Single Married Males Total 

None 

Mild 

Moderate 

Severe 

Very severe 

Not recorded 

Total 

Age group 

females females 

7 5 

5 9 

1 8 

1 2 

1 

1 

14 26 

Figure C.l 
Medical population: degree of loin pain, 

by sex and marital status and by age group. 
Single females Married females 
0001113 

1 13 

8 22 

6 15 

5 8 

3 4 

1 2 

24 64 

Males 
up to 24 

25-34 
35-44 

0000 

1 

0000111223X 

112234 

4 

011123344 

45-54 1 0222 1122222333X 

55-64 2 1111 111 

65 & over 2 

Note: the digit (0-5) shows the degree of loin pain: O=none; l=mild; 
2 = moderate; 3 = severe; 4 =very severe; X=not recorded 

C.S.2 Haematuria 

The number of patients with recorded episodes of haematuria and the number of 

those episodes are shown in Table C.Il by sex and marital status and in Figure C.2 by 

sex and marital status and by age group. 27 out of 64 (42%) had had no reported episodes 

of haematuria. 17 out of 24 (70%) of the males had had haematuria compared with only 

18 out of 40 (45%) of the females. 
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Table C.II 

Medical population: Number of episodes of haematuria, 
subdivided by sex and marital status. 

Number of episodes Single Married Males 
females females 

None 10 12 6 

1 1 2 1 

2 1 4 1 

3 2 1 2 

4 3 6 

5 2 3 

6 2 3 

7 1 

Not recorded 1 

Total 14 26 24 

Figure C.2 

Medical population: number of episodes of haematuria, 
by sex and marital status and by age group. 

Age group 

up to 24 

25-34 

Single females Married females Males 

0000123 

0000 00000001244 6 

Total 

28 

4 

6 

5 

9 

5 

5 

1 

1 

64 

35-44 

45-54 

55-64 

0 000226 013445567 

0 1246 0000344456X 

3 0035 024 

65 & over 5 

Note: the digit (0-7) shows the number of episodes of haematuria; X=not recorded 

C.S.3 Urinary tract infection 

The number of incidents of urinary tract infections for each patient was recorded, 

and is shown in Table C.12 by sex and marital status and in Figure C.3 by sex and 

marital status and by age group. 33 out of 64 (51 %) had had no reported incidents of 
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urinary tract infections. Urinary tract infection were more common among female patients 

and this finding is in keeping with other studies (Chapter 3). A majority of the female 

patients had reported an infection (21 out of 40 or S2%), whereas only about one third 

. of male patients had done so (9 out of 24 or 38%). 

Number 

None 

1 

2 

3 

4 

S 

6 

Not recorded 

Total 

Table C.12 

Medical population: Number of urinary tract infections, 
subdivided by sex and marital status. 

Single Married Males 
females females 

9 10 14 

1 1 

1 4 1 

1 6 1 

2 2 

2 1 3 

2 2 

1 

14 26 24 

Figure C.3 

Medical population: number of urinary tract infections, 
by sex and marital status and by age group. 

Age group Single females Married females Males 

0000125 

4 

Total 

33 

2 

6 

8 

4 

6 

4 

1 

64 

up to 24 

25-34 

35-44 

45-54 

S5-64 
65 & over 

0000 

o 
3 

5 

00000222336 

012335 

0446 

0003 

000000556 

0000023456X 

000 

3 

Note: the digit (0-6) shows the number of urinary tract infections: X=not recorded. 

430 



APPENDIX C: SUPPLEMENTARY MEDICAL INFORMATION 

C.S.4 Cerebral haemorrhage 

Dalgaard (1957) found that there was an increased incidence of cerebral 

haemorrhage amongst APKD patients. In this study S patients (3 females and 2 males) had 

had a cerebral haemorrhage. Cerebral haemorrhage was also the reported cause of death 

of 11 of affected parents. 

C.S.S Headache 

Whether the patient suffered from headaches was recorded, and was classified by 

degree of headache: none, mild, moderate, severe and very severe, as shown in Table 

C.13 by sex and marital status, and in Figure C.4 by sex and marital status and by age 

group. Headache was a symptom for 2S out of the 64 (39%). By comparison with other 

symptoms, headache seems almost to be a problem of younger patients, or at least it was 

as common among them as among older ones. 

Table C.13 

Medical population: degree of headache, subdivided by sex and marital status. 

Degree of headache Single Married Males Total 

None 

Mild 

Moderate 

Severe 

Very severe 

Not recorded 

Total 

females females 

10 

2 

1 

1 

14 
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3 

3 

1 

26 

8 

1 

8 

S 

1 

1 

24 

37 

6 

12 

6 

1 

2 
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Figure C.4 

Medical population: degree of headache, 
by sex and marital status and by age group. 

Age group Single females Married females Males 
0000023 up to 24 

25-34 
35-44 
45-54 

0000 0000000122X 3 

o 
1 

000012 

0001 

SS-64 1 0000 

65 & over 0 

000122334 

0000222233X 

022 

Note: the digit (0-5) shows the degree of headache: O=none; l=mild; 
2 = moderate; 3 = severe; 4 =very severe; X=not recorded 

C.S.6 Gastro-intestinal complaints 

The extent of gastro-intestinal complaints for each patient was recorded. These 

complaints included indigestion, acidity, and diarrhoea, and were classified as: none, 

mild, moderate, severe and very severe. In addition one patient had had a duodenal ulcer 

and 12 had had a hiatus hernia. These are all shown in Table C.14 by sex and marital 

status and in Figure C.S by sex and marital status and by age group. 27 out of the 64 

(42%) had had some degree of gastro-intestinal trouble, including those with duodenal 

ulcer and hiatus hernia. Apart from hiatus hernia, gastro-intestinal trouble seemed to be 

rather more common among males than among females, but many more females than 

males suffered from hiatus hernia; 9 females and 3 males out of the 12 had this complaint, 

all above the age of 35. 
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Table C.14 

Medical population: gastro-intestinal complaints, 
subdivided by sex and marital status. 

Single Married Males Total 
Degree of complaint females females 

None 10 14 11 35 

Mild 2 2 

Moderate 2 2 7 11 

Severe 

Very severe 1 1 

Duodenal ulcer 1 1 

Hiatus hernia 2 7 3 12 

Not recorded 1 1 2 

Total 14 26 24 64 

Figure C.5 

Medical population: degree of gastro-intestinal complaints, 

Age group 

up to 24 

25-34 

35-44 

45-54 
55-64 

65 & over 

by sex and marital status and by age group. 

Single females Married females Males 

0000002 

0000 

H 

2 

H 

OOOOOOOOOlX 

0122HH 

OOHH 

OHHH 

o 

o 
0000220HH 

000002224HX 

022 

Note: the digit (0-5) shows the degree of gastro-intestinal trouble: 0 =none; 
1 = mild; 2 = moderate; 3 = severe; 4 =very severe; D = duodenal ulcer; 

H = hiatus hernia; X = not recorded 

C.S.7 Chest pain 

The extent of chest pain for each patient was recorded. One patient had had a 

coronary. Others who suffered from chest pain were classified as having: none, mild, 

moderate, severe or very severe. These are all shown in Table C.15 by sex and marital 
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status and in Figure C.6 by sex and marital status and by age group. Only 7 (in addition 

to the one with a coronary) out of 64 (11 %) had had some degree of chest pain, and none 

had very severe chest pain. Those who suffered from chest pain were mostly males and 

were generally older males. 

Table C.15 

Medical popUlation: degree of chest pain, subdivided by sex and marital status. 

Degree of chest pain Single Married 
females females Males Total 

None 

Mild 

Moderate 

Severe 

Coronary 

Not recorded 

Total 

Age group 

Up to 24 
25-34 
35-44 
45-54 

55-64 
65 & over 

13 23 

1 1 

2 

14 26 

Figure C.6 
Medical population: degree of chest pain, 

by sex and marital status and by age group. 
Single females Married females 

0000000 

0000 OOOOOOOOOOX 

0 OOOOlX 

0 0000 

1 0000 

0 

17 53 

2 

2 2 

3 3 

1 1 

1 3 

24 64 

Males 

0 

00000002C 

0000000003X 

233 

Note: the digit (0-4) shows the degree of chest pain: 0 =none; l=mild; 
2 =moderate; 3 =severe; C=coronary; X=not recorded 
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C.6 TREATMENT OF SYMPTOMS 

There is no specific treatment for APKD. Treatment is of the symptoms as they 

appear: control of hypertension with antihypertensive drugs; antibiotics for urinary tract 

infection and haematuria; analgesics, cyst aspiration and in some cases Rovsings operation 

for loin pain; and renal replacement therapy for ESRF. . 

C.6.1 End stage renal railure 

When patients approach end stage renal failure there are only two life-saving 

treatments available: dialysis and transplant. 20 patients were noted as having reached end 

stage renal failure. Each of these either was on dialysis or had had a transplant. A further 

one whose creatinine levels were not recorded had presumably also done so, since he was 

on dialysis. These treatments are discussed in tum. 

C.6.2 Dialysis 

At the time of data collection 11 out of the 71 patients (15 %) were receiving some 

form of dialysis (none of those excluded from the 'medical population' were receiving 

dialysis or had had a transplant). The type of dialysis being received is shown in Table 

C.16 by sex and marital status and in Figure C.7 by sex and marital status and by age 

group. In addition two patients had had unsuccessful transplants and were again receiving 

dialysis. 
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Table C.16 

Medical population: treatment for renal failure, dialysis, transplant and other, 
subdivided by sex and marital status. 

Single Married Males 
females females 

No treatment 11 14 

Dialysis 

CAPD 4 

Hospital dialysis 1 

Home dialysis 1 

Successful transplant 2 3 

Other Treatment (Diet) 1 3 

Total 14 26 

Figure C.7 
Medical population: dialysis and transplant, 
by sex and marital status and by age group. 

13 

2 

3 

5 

1 

24 

Age group Single females Married females Males 
OOOOOSS 
0000 00000000000 0 

Total 

38 

6 

1 

4 

10 

5 

64 

up to 24 
25-34 
35-44 
45-54 
55-64 

0 OOOCCO OOOOCHDSS 
0 CHSS OOOOOCHHSSS 
0 CGOS 000 

65 & over 0 

Note: C=CAPD; G=hospital dialysis; H=home dialysis; 
s=successful transplant; O=diet; O=none 

Theoretically at Glasgow Royal Infmnary patients approaching end stage renal 

failure and requiring dialysis were given a choice between home haemodialysis and 

CAPO. For some patients there may be medical reasons why one form of dialysis is more 

or less appropriate. The numbers of patients on dialysis in this study are too small for any 

conclusion to be drawn about whether the sex of the patient has any bearing on the type 

of dialysis. Only 4 patients (3 male and 1 female) were on home haemodialysis which 
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requires someone to train with the patient to assist in dialysing. It is not known whether 

female partners are more willing to take on this role than their male counterparts. 

C.6.3 Transplant 

10 out of 71 patients (14%) had had a successful transplant. For two further 
• 

patients (one female one male) the transplant had been unsuccessful and the patient was 

once again being dialysed. The numbers of those who had had transplants are shown in 

Table C.16 and Figure C.7. 

C.6.4 Other renal failure treatment (diet) 

Besides those who were on dialysis or had had a transplant there were a further 

S patients (4 females and one male) who were receiving other treatment for renal failure, 

principally diet. These are also noted in Table C.16 and Figure C.7. For each of these the 

latest creatinine level exceeded 500. It was routine to start patients on a special diet 

restricting the intake of protein and other foods and fluid to ease the task of the failing 

kidneys prior to dialysis. It was anticipated that the need for dialysis would be within 12 

months, once patients with APKD had a creatinine level of 500. There were no other 

patients with a creatinine level exceeding 500 (though one with creatinine exactly 500 was 

not receiving treatment). 

C.6.S Hypertension 

44 out of the 64 patients in the medical population (69 %) were receiving treatment 

for hypertension. Hypertension affected male and female patients equally and was not 

related to age. The longest time that a patient was recorded to have been treated for 

hypertension was 16 years. 
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C.6.6 Treatment or loin pain 

At the time the study began the treatment of loin pain was mainly drug treatment 

with analgesics. The type of treatment is compared with the degree of loin pain in Table 

C.17. Only those with no loin pain or only mild loin pain were not receiving some form 

of treatment. 

Table C.17 

Medical population: treatment of loin pain by degree of loin pain. 

Degree of pain None Analgesics Other Not Total 
recorded 

None 13 13 

Mild 12 9 1 22 

Moderate 15 15 

Severe 7 1 8 

Very severe 1 3 4 

Not recorded 2 2 

Total 25 32 4 3 64 

C.6.7 Other treatments 

The treatments classified as 'other' are now discussed. Three patients (1 female 

and 2 male) had previously undergone Rovsings operation for the puncture of cysts 

(Rovsing 1912). Two out of these 3 were recorded as having very severe loin pain and 

one as severe. Rovsings is a major operation and although pain may be temporarily 

relieved post-operatively there is no guarantee that the existence of cysts will not continue 

to cause pain. 

During the period of this study alternative methods of the treatment of loin pain 

were being examined. This included a detailed discussion about the episodes of pain, the 
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type of pain and when the pain occurred. Patients were asked to keep a diary. There did 

not appear to be any consistency as to when the pain occurred. For the two of the four 

patients with severe episodes ofloin pain, analgesics such as Temgesic and DF118 were 

ineffective. Discussions were held with Dr Yogi, consultant radiologist, who suggested 

that where patients with APKD had severe loin pain and were not responding to analgesics 

and for whom the episodes of pain required admission to hospital, he would consider 

aspiration of cysts with local anaesthetic and under ultrasound guidance. During the course 

of the study 2 patients (one of whom had also had Rovsings operation) underwent cyst 

aspiration (Bennett et al1987) on 3 separate occasions each. One other patient (who also 

had also had Rovsings operation) used a TEMS stimulator. 

Loin pain in APKD can be very disabling (Lancet 1987). The two patients who 

underwent cyst aspiration had long spells off work and eventually became unemployed. 

There had been no particular policy regarding the management of loin pain in patients 

with APKD. Interest had been shown by the medical staff and by the patients to try to 

establish whether any factors triggered or caused the pain. 

Both these patients underwent cyst aspiration which gave some relief from pain for 

a short period of time. In addition the method of administering analgesics to APKD 

patients admitted to the renal unit for treatment of loin pain was examined. The practise 

was to prescribe a particular drug for the patient to be administered at regular given 

intervals. If the pain becomes severe the patient can ask for additional relief. This system 

does not allow the patient any control over when they receive the analgesic. It was 

decided to try with one patient with very severe loin pain the use of a self administered 

intravenous morphine pump. In this system the patient can self-administer analgesic when 

it is required. The patient liked this system because it gave the patient control over the 

pain relief and reduced the anxiety felt by the patient of being dependent on the nurse 
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bringing the injection. Furthermore there is evidence (Sofaer 1985, Autton 1986) that with 

this system patients have less drugs than they would do if they were given on a regular 

basis. However, there is also some evidence that this system is not popular with nursing 

staff (Sofaer 1985) who feel they loose control and express concern about possible 

addiction of the patient. Loin pain is certainly one of the most problematic symptoms of 

APKD. In this study loin pain was not a problem amongst patients approaching or in 

ESRF. The need for pain relief is likely to be on a finite basis. 
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D.I INTRODUCI10N: tHE SECOND INTERVIEW 

In this Appendix the responses to questions about the patients' experience of 

genetic counselling, which was explored during the second interview, are reported. The 

second population consisted of the 65 patients who attended the second interview, of 

whom 14 were single females, 26 were married females (including one widowed) and 25 

were males. The results are presented in the first place by the sex and marital status of 

the respondents. Since severity of disease proved to be the most important explanatory 

variable in the first part of the analysis, the results are displayed also subdivided by this 

factor. Family history proved to be the most important single explanatory variable in the 

second half of the analysis and relevant results are displayed subdivided by family history. 

The factor combining age and number of children was also of relevance, and some results 

are also displayed subdivided by this factor. 

D.2 THE ENVIRONMENT OF GENETIC COUNSELLING 

The first set of questions related to the environment within which patients had had 

genetic counselling, and the circumstances of it. Respondents were asked whether they had 

had any genetic counselling, which was described as 'a discussion about the inheritance 

of polycystic kidney disease, the effect on the patient and their children and what they 

could do about it'. Table 0.1 shows the responses subdivided by sex and marital status. 

Although a higher proportion of males (8 out of 25 or 32 %) than of females (8 out of 40 

or 20%) had not received genetic counselling the difference is not statistically significant, 

Fisher's exact test showing that the probability of 8 or fewer females is 0.084. 
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Table D.1 

Second population: 'have you received information about inheritance'}' , 
subdivided by sex and marital status. 

Single Married Males Total 
females females 

10 

4 

14 

22 

4 

26 

17 

8 

2S 

Table D.2 shows the same responses, subdivided by severity of disease. 

Table D.2 

Second population: 'have you received information about inheritance'}' , 
subdivided by severity of disease. 

49 

16 

6S 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

4 

1 

S 

13 

o 
13 

13 

7 

20 

19 

8 

27 

49 

16 

6S 

A 2 by 2 table was formed by grouping Grades 0 and 1 and Grades 2 and 3 

together; Fisher's exact test shows that the probability that as few or fewer than 1 in the 

bottom left hand corner of this table is 0.023, ie 2.3 %. All but one of those in Grades 0 

and 1 had received genetic counselling; IS out of 47 in Grades 2 and 3 had not. 

Tables D.3 and D.4 show the same responses subdivided by family history and by 

age and number of children. 
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Table D.3 

Second population: 'have you received information about inheritance?' , 
subdivided by family history. 

Grade 0 Gradel Grade 2 Grade 3 Total 

Yes 

No 

Total 

4 4 24 17 

1 6 4 5 

5 10 28 22 

Table D.4 

Second population: 'have you received information about inheritance?' , 
subdivided by age and number of children. 

49 

16 

65 

S44,S2 S44,~3 ~45,S2 ~45,~3 Total 

Yes 30 4 9 6 49 

No 5 2 5 4 16 

Total 35 63 14 10 65 

Patients were asked from whom they had received information about the 

inheritance of APKD. Tables D.5 and D.6 show the responses, subdivided by sex and 

marital status and by severity of disease respectively. Most had received information from 

doctors in the Renal Unit at GRl. 

Table D.S 

Second population: 'who gave you information about inheritance?' , 
subdivided by sex and marital status. 

Single Married Males Total 
females females 

Doctors at GRI 5 19 16 40 

Other doctors 1 2 3 

GP 1 1 

Genetic counsellor 2 1 3 

Parents 1 1 

Self 1 1 

Noone 4 4 8 16 

Total 14 26 25 65 
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Table D,6 

Second population: 'who gave you information about inheritance?' , 
subdivided by severity of disease, 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

Doctors at GRI 3 10 10 17 40 

Someone else 1 3 3 2 9 

Noone 1 7 8 16 

Total 5 13 20 27 65 

Respondents were also asked whether they had had any information about other 

problems associated with APKD. Tables D.7, D,8, D.9 and D.I0 show that only 6 of 

them (9%) said that they had. 

Yes 

No 

Table D.7 

Second population: 'did you receive any information about other aspects of 
APKD?', subdivided by sex and marital status. 

Single Married Males Total 
females females 

2 

12 26 

4 

21 

6 

59 

Total 14 26 25 65 

Yes 

No 

Table D,8 

Second popUlation: 'did you receive any information about other aspects of 
APKD?', subdivided by severity of disease. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

5 

2 

11 

1 

19 

3 

24 

6 

59 

Total 5 13 20. 27 65 
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Table 0.9 

Second population: 'did you receive any information about other aspects of 
APKD'?', subdivided by family history. 

Yes 

No 

Total 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

5 10 

5 10 

Table 0.10 

5 

23 

28 

1 

21 

22 

6 

59 

65 

Second population: 'did you receive any information about other aspects of 
APKD'?', subdivided by age and number of children. 

S44, s2 S44, ~3 ~45, s2 ~45, ~3 Total 

Yes 

No 

Total 

5 

30 

35 

1 

5 

6 

14 10 

14 10 

6 

59 

65 

Patients were asked how they had come to have genetic counselling. Tables 0.11 

and 0.12 show the replies. For the majority it had occurred during a routine medical 

consultation. 

Table 0.11 

Second population: 'how did you come to have genetic counselling?' , 
subdivided by sex and marital status. 

Single Married Males Total 
females females 

Routine medical 2 16 13 31 

Other doctor's suggestion 4 2 7 

Spouse/family suggestion 2 2 1 5 

Own idea 1 2 3 

Not asked 1 3 4 

None 5 3 8 16 

Total 14 26 25 65 
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Table D.12 

Second population: 'how did you come to have genetic counselling'}', 
subdivided by severity of disease. 

Grade 0 Gradel Grade 2 Grade 3 Total 

Routine medical 4 4 8 15 31 

Other doctor's suggestion 3 2 1 6 

Spouse/family suggestion 3 1 1 5 
Own idea 2 1 3 

Not asked 1 1 2 4 

None 1 8 7 16 

Total S 13 20 27 6S 

Respondents were asked whether anyone else was present when the patient received 

genetic counselling, and, if so, who. The replies are shown in Tables D.13 and D.14. 

Among those who had had genetic counselling a much lower proportion of males (6 out 

of 17 or 35 %) than of females (20 out of 32 or 62 %) had had someone else present, but 

Fisher's exact test shows that this is not statistically significant (p=0.0646). 

Table D.13 

Second population: 'was anyone else present when you received genetic 
counselling, and if so who'}', subdivided by sex and marital status. 

Single Married Males Total 
females females 

Spouse or partner 2 2 3 7 

Spouse and child(ren) 1 1 

Spouse and mother 1 1 

Sib 5 6 1 12 

Child(ren) 2 1 3 

Other family member 1 1 2 

Noone 3 9 11 23 

No genetic counselling 4 4 8 16 

Total 14 26 2S 65 
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Table 0.14 

Second population: 'was anyone else present when you received genetic 
counselling, and if so who?', subdivided by severity of disease. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

Spouse or partner 2 1 4 7 

Spouse and child(ren) 1 1 

Spouse and mother 1 1 

Sib 8 2 2 12 

Child(ren) 1 2 3 

Other family member 1 1 2 

Noone 3 3 9 8 23 

No genetic counselling 1 7 8 16 

Total 5 13 20 27 65 

The majority of respondents who did not have their spouse or partner present, or 

who had not had any genetic counselling, would have liked them to have been present (if 

they had had any counselling) (see Tables O.IS and 0.16). 

Table 0.15 

Second population: 'would you have liked your spouse or partner to have been 
present when you received genetic counselling?', 

subdivided by sex and marital status. 

Single Married Males Total 
females females 

Spouse or partner was 2 4 3 9 
present 

Would have liked spouse 2 16 11 29 
or partner to be present 

Would not have liked 10 6 11 27 

Total 14 26 25 65 
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Table D.16 

Second population: 'would you have liked your spouse or partner to have been 
present when you received genetic counselling?', subdivided by severity of disease. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

Spouse or partner was 
present 

2 1 6 9 

Would have liked spouse 
or partner to be present 

Would not have liked 

Total 

4 

1 

8 

3 

13 

8 9 29 

11 12 27 
20 27 65 

Most patients who had received information about the inheritance of APKD had 

received it on only one occasion (see Tables D.17 and D.18). 

Table D.17 

Second population: 'how often have you received genetic counselling?', 
subdivided by sex and marital status. 

Single Married Males Total 
females females 

None 4 4 8 

Once 8 20 13 

Twice 2 2 3 

Several times 1 

Total 14 26 25 

Table D.18 

Second population: 'how often have you received genetic counselling?' , 
subdivided by severity of disease. 

16 

41 

7 

1 

65 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

None 1 7 8 16 

Once 3 11 11 16 41 

Twice 1 2 2 2 7 

Several times 1 1 

Total 13 20 27 65 
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D.3 SCORE FOR ENVIRONMENT OF GENETIC COUNSEILING 

A numeric score was constructed, denoted EGeS 1, based on the answers to some 

of the questions relating to the environment of genetic counselling: 

For the answer 'yes' to the question: 'have you received information 
about the inheritance of APKD,]' 1 point was given. 48 respondents scored 
a point. 

For the answer 'yes' to the question: 'have you received information 
about other problems associated with APKD,]' 1 point was given. S 
respondents scored a point. 

For the answers 'own idea', 'spouse's idea', or 'family suggested 
it' to the question: 'whose idea was it that you should have genetic 
counselling']', 2 points. For the answers 'specialist sent me', or 'OP 
suggested it', to the same question, 1 point. 8 respondents got 2 points, and 
6 got 1 point. 

For the answer 'yes' to the question: 'was your spouse present when 
you received genetic counselling'?' 1 point. 9 respondents scored a point. 

For the answer 'yes' to the question: 'were other family members 
present when you received genetic counselling']' 1 point. 19 respondents 
scored a point. 

For any answer of once or more often to the question: 'how often 
have you received genetic counselling']' 1 point. 47 respondents scored a 
point. 

This gave a maximum of 7 points. The distributions of respondents by number of 

points, subdivided by sex and marital status and by severity of disease, are shown in 

Tables D.19 and D.20. 

The score so constructed was then analysed using the GLIM system using as 

factors all the explanatory variables defmed in Section 9.13, namely: sex, age, marital 

status, number of children, education level, occupation, housing, religious affiliation, 

severity of disease, family history, and the factor combining age and number of children. 

Severity of disease was the best explanatory variable, the only one significant at a 1 % 

probability level. However, this only accounted for 21.3% of the original variance of the 

score (R2 = 0.213), which is not a particularly high proportion. The statistic R2 in a 

OLIM analysis has the same meaning as in a multiple regression analysis; if it were a 

simple linear regression the value of 0.213 would correspond to a correlation coefficient 
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of 0.46. The mean scores for the different grades of severity of disease are shown in 

Table D.20. 

Table D.19 

Second population: scores for questions on environment of genetic counselling 
(EGCSI), subdivided by sex and marital status. 

Single Married 
females females Males Total . 

o points 4 4 7 IS 

1 point 2 2 4 

2 points 1 5 7 13 

3 points 3 7 5 IS 

4 points 1 4 2 7 

5 points 4 4 1 9 

6 points 1 I 

7 points 1 1 

Total 14 26 25 65 
Mean score 2.9 2.7 2.0 2.S 

Table D.20 

Second population: scores for questions on environment of genetic counselling 
(EGCSI), subdivided by severity of disease. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

o points 1 7 7 IS 

I point 2 2 4 

2 points 2 2 7 2 13 

3 points 2 3 1 9 IS 

4 points 1 1 5 7 

5 points 6 1 2 9 

6 points 1 1 

7 points 1 1 

Total 5 13 20 27 65 

Mean score 2.0 4.1 1.8 2.3 2.S 
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D.4 INFORMADON GIVEN IN GENE11C COUNSELLING 

Respondents were asked whether they had received information about 19 different 

topics that might have been included in a genetic counselling session. The results are 

shown by sex and marital status in Table 0.21, by severity of disease in Table D.22, by 

family history in Table D.23 and by age and number of children in Table D.24. 

Table D.21 

Second population: 'was discussion about the specified topic included in your 
genetic counselling?', subdivided by sex and marital status; 

the number responding 'yes' is shown. 

Single Married Males Total 
females females 

Maximum number 14 26 25 65 

1 Risk of inheriting S 12 3 20 

2 Risk to children 10 21 14 45 

3 Advantages of testing 2 2 4 8 
4 Disadvantages of testing 2 1 3 

S How to tell 2 2 

6 Screening of at risk 2 6 S 13 

7 Adoption 2 1 3 

8 Fostering 2 2 

9 Voluntary childlessness 3 2 S 

10 Having no more children 2 12 2 16 

11 Family planning 2 1 3 

12 Sterilisation 3 10 1 14 

13 Vasectomy 2 3 5 
14 A. I. D. 2 2 

15 Prevention of APKD 6 4 2 10 

16 Telling boy/girlfriend 2 2 

17 Telling in-laws 2 2 

18 Symptoms of APKD 2 2 4 

19 Treatment available 2 1 2 S 
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Table 0.22 

Second population: 'was discussion about the specified topic included in your 
genetic counselling?', subdivided by severity of disease; 

the number responding 'yes' is shown. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

Maximum number 5 13 20 27 65 

1 Risk of inheriting 3 9 3 5 20 

2 Risk to children 3 13 11 18 4S 

3 Advantages of testing 2 3 3 8 

4 Disadvantages of testing 2 1 3 

5 How to tell 2 2 

6 Screening of at risk 4 1 8 13 

7 Adoption 2 1 3 

8 Fostering 2 2 

9 Voluntary childlessness 3 1 1 5 

10 Having no more children 2 4 4 6 16 

11 Family planning 2 1 3 

12 Sterilisation 1 4 4 5 14 

13 Vasectomy 2 2 1 5 

14 A. I. D. 2 2 

15 Prevention of APKD 1 3 3 3 10 

16 Telling boy/girlfriend 2 2 

17 Telling in-laws 2 2 

18 Symptoms of APKD 2 2 4 

19 Treatment available 2 1 2 5 
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Table 0.23 

Second population: 'was discussion about the specified topic included in your 
genetic counselling?', subdivided by family history; 

the number responding 'yes' is shown. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

Maximum number S 10 28 22 6S 

1 Risk of inheriting 3 1 8 8 20 

2 Risk to children 3 4 23 15 45 

3 Advantages of testing 1 S 2 8 

4 Disadvantages of testing 3 3 

S How to tell 2 2 

6 Screening of at risk 1 9 3 13 

7 Adoption 3 3 

8 Fostering 2 2 

9 Voluntary childlessness 2 3 S 

10 Having no more children 2 13 1 16 

11 Family planning 3 3 

12 Sterilisation 1 10 3 14 

13 Vasectomy 2 3 S 

14 A. I. D. 2 2 

IS Prevention of APKD 1 1 S 3 10 

16 Telling boy/girlfriend 2 2 

17 Telling in-laws 2 2 

18 Symptoms of APKD 4 4 

19 Treatment available 1 3 1 5 

4S3 



APPENDIX D: RESULTS: EXPERIENCE OF GENETIC COUNSELLING 

Table D.24 

Second population: 'was discussion about the specified topic included in your 
genetic counselling?', subdivided by age and number of children; 

the number responding 'yes' is shown. 

~44, ~44, ~45, ~45, Total 
~2 ~3 ~2 ~3 

Maximum number 35 6 14 10 65 

1 Risk of inheriting 15 1 2 2 20 

2 Risk to children 29 4 6 6 45 

3 Advantages of testing 3 2 1 2 8 

4 Disadvantages of testing 2 1 3 

5 How to tell 2 2 

6 Screening of at risk 7 1 1 4 13 

7 Adoption 3 3 

8 Fostering 2 2 

9 Voluntary childlessness 5 5 

10 Having no more children 14 1 1 16 

11 Family planning 3 3 

12 Sterilisation 12 1 1 14 

13 Vasectomy 5 5 

14 A. I. D. 2 2 

15 Prevention of APKD 8 1 1 10 

16 Telling boy/girlfriend 2 2 

17 Telling in-laws 2 2 

18 Symptoms of APKD 2 1 1 4 

19 Treatment available 3 2 5 

The number of topics that each patient had had discussion about were counted, and 

the results are shown in Tables D.25, 0.26, 0.27 and 0.28. 
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Table D.25 

Second population: number of topics about which patients responded 'yes', 
subdivided by sex and marital status. 

Single Married Males Total 
females females 

No genetic counselling 4 4 8 16 

No topics 1 2 3 

1 3 2 5 10 

2 4 2 4 10 

3 3 3 6 

4 I 11 1 13 

5 2 2 4 

6 1 1 

19 2 2 

Total 14 26 25 65 

Table D.26 

Second population: number of topics about which patients responded 'yes', 
subdivided by severity of disease. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

No genetic counselling 1 7 8 16 

No topics 2 1 3 

1 2 3 2 3 10 

2 4 3 3 10 

3 1 1 4 6 

4 1 3 4 5 13 

5 1 3 4 

6 1 1 

19 2 2 

Total 5 13 20 27 6S 
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Table D.27 

Second population: number of topics about which patients responded 'yes', 
subdivided by family history. 

Grade 0 Gradel Grade 2 Grade 3 Total 

No genetic counselling 1 6 4 5 16 

No topics 1 2 3 

1 2 2 4 2 10 

2 3 7 10 

3 1 3 2 6 

4 1 1 8 3 13 

5 3 1 4 

6 1 1 

19 2 2 

Total 5 10 28 22 65 

Table D.28 

Second population: number of topics about which patients responded 'yes', 
subdivided by age and number of children. 

S44,s2 S44,~3 ~45,S2 ~45,~3 Total 

No genetic counselling 5 2 5 4 16 

No topics 1 2 3 

1 4 1 4 1 10 

2 7 1 1 1 10 

3 3 3 6 

4 10 2 1 13 

5 2 1 1 4 

6 1 1 

19 2 2 

Total 35 6 14 10 65 
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D • .! SCORE FOR CONTENT OF GENETIC COUNSELLING 

A numeric score was constructed based on the answers to the questions relating to 

the content in genetic counselling, denoted EGCS2. The first two points were the same 

as used for the environment score, EGCS 1: 

For the answer 'yes' to the question: 'have you received information 
about the inheritance of APKD7' 1 point was given. 48 respondents scored 
a point. 

For the answer 'yes' to the question: 'have you received information 
about other problems associated with APKD7' 1 point was given. 5 
respondents scored a point. 

For the answer 'yes' to each of the 19 questions: 'did you have 
discussion about .•• 1', 1 point, with a maximum of 8 points. 

This gave a maximum of 10 points. The distributions of respondents by number 

of points, subdivided by sex and marital status, by severity of disease, by family history 

and by age and number of children are shown in Tables 0.29, 0.30, 0.31 and 0.32. 

Table 0.29 

Second population: scores for questions on content of genetic counselling (EGCS2), 
subdivided by sex and marital status.' 

Single Married Males Total 
females females 

o points 4 4 8 16 
1 point 1 2 3 
2 points 3 2 4 9 
3 points 4 2 5 11 

4 points 3 2 5 

5 points 1 11 1 13 

6 points 2 2 4 

7 points 1 1 2 

8 or 9 points 0 
10 points 2 2 

Total 14 26 25 65 
Mean score 3.1 3.7 2.3 3.0 
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Table D.30 

Second population: scores for questions on content of genetic counselling (EGCS2), 
subdivided by severity of disease. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

o points 1 7 8 16 

1 point 2 1 3 
2 points 2 3 1 3 9 

3 points 4 4 3 11 

4 points 1 1 3 S 

S points 1 3 4 S 13 

6 points 1 3 4 

7 points 1 1 2 

8 or 9 points 0 

10 points 2 2 

Total S 13 20 27 65 

Mean score 3.2 4.4 2.3 2.9 3.0 

Table 0.31 

Second population: scores for questions on content of genetic counselling (EGCS2), 
subdivided by family history. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

o points 1 . 6 4 S 16 

1 point 1 2 3 

2 points 2 2 4 1 9 

3 points 3 8 11 

4 points 1 2 3 5 

S points 1 1 8 3 13 

6 points 3 1 4 

7 points 1 1 2 

8 or 9 points 0 

10 points 2 2 

Total 5 10 28 22 65 

Mean score 3.2 1.3 4.0 2.6 3.0 
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Table D.32 

Second population: scores for questions on content of genetic counselling (EGCS2), 
subdivided by age and number of children. 

~44,~2 ~44,~3 ~45,~2 ~45,~3 Total 

o points 5 2 5 4 16 

1 point 1 2 3 

2 points 3 1 4 1 9 

3 points 8 1 1 1 11 

4 points 2 3 5 

5 points 11 1 1 13 

6 points 1 1 1 1 4 

7 points 2 2 

8 or 9 points 0 

10 points 2 2 

Total 35 6 14 10 65 

Mean score 3.8 2.7 1.7 2.3 3.0 

Analysis using the GLIM system showed that of all the possible explanatory 

variables listed in Section 9.13, family history was the most useful factor, though 

significant only at a 5 % probability level and not at a 1 % level; the factor combining age 

and number of children was second, also significant at a 5 % probability level. There was 

no significant interaction term. Family history by itself accounted for 15.1 % of the 

original variance and the combined factor for age and number of children explained a 

further 13.4 %, making 28.5 % in all (R2 = 0.285). The components for the two 

explanatory variables, relative to the mean score of 3.00, are shown in Table D.33, and 

the expected scores for the two variables are shown in Table D.34. 
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Table D.33 

Second population: components of mean scores 
for experience of genetic counselling (EGCS2). 

Element 

Overall mean 

Family history: 

Grade 0 

Grade 1 

Grade 2 

Grade 3 

Age and number of children: 

S44, s2 

S44, ~3 

~45, ~2 

~45, ~3 

Table D.34 

Component 

3.03 

+0.77 

-1.47 

+0.94 

-0.70 

+0.78 

-0.35 

-1.52 

-0.38 

Second population: mean scores for experience of genetic counselling (EGCS2), 
classified by family history and by age and number of children. 

Age and number of children 

Family history S44, s2 S44, ~3 ~45, s2 ~45, ~3 

Grade 0 4.58 3.45* 2.28 3.43* 

Grade 1 2.33 1.20 0.03 1.18 

Grade 2 4.74 3.61 2.44 3.59 

Grade 3 3.11 1.98 0.81 1.96 

There were no observations in the cells marked * and the mean scores are those 
implied by the model. 
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D.6 CORRELATION BETWEEN SCORES 

The (pearson product-moment) correlation coefficient between the two scores, 

EGCSI and EGCS2, was calculated, as shown in Table D.35. Its value was 0.73, very 

. significantly different from zero. 

Table D.35 

Second population: correlation coefficients 
for scores for experience of genetic counselling (EGCSI and EGCS2). 

EGCS2 

EGCS2 

EGCSI EGCS2 

1.00 

0.73- 1.00 

Note: - indicates that the coefficient is 
significantly different from zero at a 1 % 
probability level. 
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APPENDIX E: RESULTS: 

KNOWLEDGE OF SYMPTOMS AND TREATMENT OF APKD 

E.l INTRODUC11oN 

The patients' knowledge of the symptoms and treatment of APKD was elucidated 

by questions in the fust and the third interviews. Their responses are reported in this 

Appendix and discussed in Chapter 11. The first part of the analysis relates to the first 

questionnaire with 71 respondents, and the later parts to the third questionnaire, with 47 

respondents. The answers are analysed in the first place by the sex and marital status of 

the respondents and then by their severity of illness and by their education level, since 

these proved to be the most significant factors in the first part of the analysis. In the later 

parts the results are subdivided by the combined factor for age and number of children, 

since this was found to be a relevant factor for the later parts of the analysis. 

E.2 KNOWLEDGE OF DISORDER AND TREATMENT: QUESTIONNAIRE 1, SEC110N 6 

E.2.1 Questions on knowledge of treatment 

Respondents were asked in an open ended question in the fust interview what they 

had been told about APKD. Respondents reported that they had been given information 

about the following topics: prognosis of APKD, inheritance of APKD, the risks to 

children and the association of cysts with APKD. The numbers of respondents mentioning 

each of these points are shown in Tables E.l, E.2 and E.3, subdivided respectively by sex 

and marital status, severity of disease and education level respectively. 
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Table E.l 

First population: numbers of patients who reported having been told about point 
noted, subdivided by sex and marital status. 

Single Married 
females females 

Cysts 8 18 
Prognosis 1 4 
Inheritance of APKD 2 S 
Risks to children 1 2 
'Not to worry' 

Maximum 14 30 

Table E.2 

Males 

21 
7 

S 

1 
27 

Total 

47 
12 
12 
3 
1 

71 

First population: numbers of patients who reported having been told about point 
noted, subdivided by severity of disease. 

Cysts 
Prognosis 

Inheritance of APKD 
Risks to children 

'Not to worry' 

Maximum 

Grade 0 Grade 1 Grade 2 Grade 3 

4 9 11 23 
237 
1 S 6 
1 

6 14 

Table E.3 

1 

1 

21 

1 

30 

Total 

47 
12 
12 

3 
1 

71 

First population: numbers of patients who reported having been told about point 
noted, subdivided by education level. 

Levell Level 2 Level 3 Level 4 Total 

Cysts 30 6 7 4 47 

Prognosis 6 1 2 3 12 

Inheritance of APKD 8 1 1 2 12 

Risks to children 1 1 I 3 
'Not to worry' I I 

Maximum 42 8 14 7 71 
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Respondents were asked whether or not they were having treatment for APKD. 

The results are shown in Tables E.4, E.5 and E.6 by sex and marital status, severity of 

disease, and education level respectively. 

Table E.4 

First popUlation: 'are you having treatment'?', subdivided by sex and marital status. 

No 

Have had a transplant 

Yes 

Total 

Single Married 
females females Males Total 

7 

1 

6 

14 

Table E.5 

7 

1 

22 

30 

1 

26 

27 

14 

3 

54 

71 

First population: 'are you having treatment'?', subdivided by severity of disease. 

No 

Transplant 

Yes 

Total 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

2 10 

4 4 

6 14 

Table E.6 

1 

20 

21 

1 

3 

26 

30 

14 

3 

54 

71 

First popUlation: 'are you having treatment?', subdivided by education level. 

No 

Transplant 

Yes 

Total 

Level 1 Level 2 Level 3 Level 4 Total 

6 

3 

33 

42 

3 

5 

8 

464 

4 

10 

14 

1 

6 

7 

14 

3 

54 
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The types of treatment that patients said that they were currently receiving are 

shown in Tables E.7, E.8 and E.9 by sex and marital status, severity of disease, and 

education level respectively. 

Table E.7 

First population: 'what treatment are you getting'?', 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

Antihypertensive drugs 

Dialysis 

CAPD 

Other 

None 

Total 

3 

1 

2 

8 

14 

Table E.8 

17 

3 

1 

1 

8 

30 

19 

4 

2 

1 

1 

27 

First population: 'what treatment are you getting'?', 
subdivided by severity of disease. 

Grade 0 Grade 1 Grade 2 Grade 3 

Antihypertensive 4 4 17 14 
drugs 

Dialysis 8 

CAPD 3 

Other 3 1 

None 2 10 1 4 

Total 6 14 21 30 

465 

39 

8 

3 

4 

17 

71 

Total 

39 

8 

3 

4 

17 

71 



APPENDIX E: RESULTS: KNOWLEDGE OF SYMPTOMS AND TREATMENT OF APKD 

Table E.9 

First population: 'what treatment are you getting?', 
subdivided by education level. 

Levell Level 2 Level 3 Level 4 Total 

Antihypertensive 21 3 9 6 39 
drugs 

Dialysis 7 1 8 

CAPD 2 1 3 

Other 3 1 4 

None 9 3 4 1 17 

Total 42 8 14 7 71 

Those who were having no treatment or 'other' treatment were asked whether they 

knew about what treatments were available. The results are shown in Tables E.IO, E.ll 

and E.12 by sex and marital status, severity of disease, and education level respectively. 

Table E.I0 

First population: 'do you know what treatments are available?', 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

Knows some or all 

Knows none 

Not asked 

Total 

8 

5 

1 

14 

466 

21 

7 

2 

30 

16 

10 

1 

27 

45 

22 

4 

71 
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Table E.ll 

First population: 'do you know what treatments are available?', 
subdivided by severity of disease. 

Grade 0 Gradel Grade 2 Grade 3 Total 

Knows some or all 2 9 8 26 45 

Knows none 4 3 11 4 22 

Not asked 2 2 4 

Total 6 14 21 30 71 

Table E.12 

First population: 'do you know what treatments are available?', 
subdivided by education level. 

Level I Level 2 Level 3 Leve14 Total 

Knows some or all 26 5 12 1 45 

Knows none 14 3 2 3 22 

Not asked 2 2 4 

Total 42 8 14 7 71 

All patients were asked what forms of treatment they knew about. The forms 

included: anti-hypertensive treatment, transplant, haemodialysis, CAPD and diet. The 

numbers of patients who knew about each of these treatments are shown in Tables E.13, 

E.14 and E.lS by sex and marital status, severity of disease, and education level 

respectively. 
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Table E.13 

First population: numbers of patients who reported knowing about form of 
treatment noted, subdivided by sex and marital status. 

Single Married 
females females 

Hypertension 8 16 
Transplant 11 16 
Haemodialysis 8 18 
CAPD 2 9 
Diet 5 11 

Maximum 14 30 

Table E.14 

Males 

13 
11 

13 
8 

11 

27 

Total 

37 

38 
39 
19 
27 

71 

First population: numbers of patients who reported knowing about form of 
treatment noted, subdivided by severity of disease. 

Hypertension 
Transplant 
Haemodialysis 
CAPD 

Diet 

Maximum 

Grade 0 Grade 1 Grade 2 Grade 3 

2 6 5 24 

1 10 5 22 

1 8 5 25 

2 3 14 

4 2 21 

6 14 21 30 

Table E.15 

Total 

37 

38 
39 
19 

27 

71 

First population: numbers of patients who reported knowing about form of 
treatment noted, subdivided by education level. 

Levell Level 2 Level 3 Level 4 Total 

Hypertension 21 6 9 1 37 
Transplant' 20 5 11 2 38 

Haemodialysis 22 4 12 1 39 
CAPD 12 1 5 1 19 

Diet 16 2 8 1 27 

Maximum 42 8 14 7 71 
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E.2.2 Score ror knowledge or treatment In questionnaire 1 

The questions in questionnaire 1 about the treatment of APKD were scored and a 

composite score of knowledge of treatment, denoted KDS 1, was formed as follows. 

For the answer 'yes' or 'have had a transplant' to the question: 'Are 
you having treatment for APKD?', or any answer except 'none' to the 
question: 'what treatment are you having?', or the answer 'yes' to the 
question: 'do you know what treatment is available?' 1 point. 63 
respondents scored a point. 

For a respondent who knew some or all of the other forms of 
treatment when asked: 'What other forms of treatment are available?' 1 
point. 41 respondents scored a point. 

For a respondent who knew something about each of the items listed 
below, I point: 

Hypertension: 
Transplant: 
Haemodialysis: 
CAPO: 
Diet: 

37 respondents scored a point. 
3S respondents scored a point.. 
39 respondents scored a point. 
19 respondents scored a point. 
27 respondents scored a point. 

This gives a maximum of 7 points. The distribution of respondents by number of points 

is shown in Tables E.16, E.17 and E.IS, subdivided by sex and marital status, severity 

of disease, and education level respectively. 

This score had both a possible and an observed range of 0 to 7, but inspection of 

Tables E.16, E.17 or E.IS shows that the distribution is distinctly bimodal, with 23 

respondents getting only I point and 17 getting 7 points. 

Analysis with the GUM system showed that both severity of disease and education 

level were significant explanatory variables, both at a I % level, and that the interaction 

between them was also significant at a I % level. 

The mean scores for each combination of severity grade and education level are 

shown in Table E.19. The important point is best brought out by grouping the severity 

grades into 0-2 and 3, and the education levels into I and 2-4, and the mean scores are 

shown again in Table E.20 with this grouping. 
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Table E.16 

First population: scores for questions on knowledge of treatment of APKD (KDSl), 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

o points 2 2 4 

1 point 3 9 11 23 

2 points 1 2 3 

3 points 1 2 3 

4 points 1 4 1 6 

5 points 2 4 1 7 

6 points 3 2 3 8 

7 points 2 8 7 17 

Total 14 30 27 71 

Mean score 3.7 3.8 3.6 3.7 

Table E.17 

First population: scores for questions on knowledge of treatment of APKD (KOSI), 
subdivided by severity of disease. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

o points 1 3 4 

1 point 3 3 13 4 23 

2 points 1 1 1 3 

3 points 3 3 

4 points 2 1 3 6 

5 points 1 2 1 3 7 

6 points 3 5 8 

7 points 1 2 14 17 

Total 6 14 21 30 71 

Mean score 1.7 3.3 2.2 5.4 3.7 

470 



APPENDIX E: RESULTS: KNOWLEDGE OF SYMPTOMS AND TIlEATMENT OF APKD 

Table E.18 

First population: scores for questions on knowledge of treatment of APKD (KOSI), 
subdivided by education level. 

Levell Level 2 Level 3 Level 4 Total 

o points 3 1 4 

1 point 15 1 2 5 23 

2 points 1 1 1 3 

3 points 3 3 

4 points 2 1 3 6 

5 points 3 2 2 7 

6 points 4 1 3 8 

7 points 11 1 4 1 17 

Total 42 8 14 7 71 

Mean score 3.6 3.8 5.0 2.0 3.7 

Table E.19 

First population: mean scores for knowledge of treatment of APKD (KOSI), 
classified by severity of disease and education level. 

Education level 

Severity of disease 1 2 3 4 

Grade 0 1.75 2.00 1.00 * 
Grade 1 0.50 3.33 5.50 1.00 

Grade 2 1.54 2.50 4.33 3.00 

Grade 3 5.76 6.50 5.75 1.33 

There were no observations in the cell marked *. 

Table E.20 

First popUlation: mean scores for knowledge of treatment of APKD (KOSI), 
classified by severity of disease and education level. 

Severity of disease 

Grade 0-2 

Grade 3 
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1 

1.38 

5.76 

2-4 

3.70 

4.44 
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The percentages of the original variance explained by the different factors are 

shown in Table E.21. The full 4 by 4 table explains 63.1 % of the original variance, with 

the interaction term explaining more than education by itself; when the 2 by 2 table is 

used, the percentage of the original variance explained by the model falls to 43.9%. 

Table E.21 

First population: percentages of original variance of score for knowledge of 
treatment of APKD (KDS I) explained by successive factors. 

Table: 4 by 4 2 by 2 

% % 

Original variance 100.0 100.0 

Severity of disease 32.9 29.9 

Education level 12.9 3.1 

Interaction 17.3 10.9 

Total explained 63.1 43.9 

Residual 36.9 56.1 

A similar GLIM analysis was carried out including only the data for the second 

population, and including also the scores for the experience of genetic counselling, EGCSI 

and EGCS2, as possible explanatory variables. Neither proved significant. The correlation 

coefficients between score KDSI and these scores are 0.21 and 0.02 respectively (see 

Table E.43). 

E.l KNOWLEDGE OF SYMPTOMS OF APKD: QUES110NNAIRE l. SECIlON 6 

E.l.1 Questions for knowledge of symptoms of APKD 

In Section 6 of questionnaire 3, respondents were asked to state which, if any, of 

a given list of symptoms might be associated with APKD. The answers, for all 

respondents combined, are shown in Table E.22. The total in each row is 47. A few 

respondents did not reply to any of this section, and others omitted certain items. 
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Table E.22 

Third population: 'are the symptoms listed associated with APKD,} , . 

Don't know 
Symptom Yes No Sometimes or no reply 

Obesity 7 30 10 

Headache 21 16 10 

Kidney stones 11 25 11 

Infection in urine 33 5 9 

High blood pressure 37 2 11 

Heartburn 15 22 10 

Cloudy urine 32 6 9 

Tiredness 33 4 10 

Digestive problems 19 19 9 

Pain 33 5 1 9 

Itchy skin 23 14 10 

Swollen ankles 23 13 11 

The numbers of respondents answering correctly in respect of each symptom, 

subdivided by sex and marital status, severity of disease, and age and number of children 

in Tables E.23, E.24 and E.25, respectively. 
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Table E.23 

Third population: numbers replying correctly for each symptom associated with 
APKD ('yes' except where noted), subdivided by sex and marital status. 

Single Married 
Symptom females females Males Total 

Obesity (No) 10 13 7 30 

Headache 6 9 6 21 

Kidney stones (No) 10 9 6 2S 

Infection in urine 10 14 9 33 

High blood pressure 10 18 9 37 

Heartburn 2 9 4 IS 

Cloudy urine 11 13 8 32 

Tiredness 9 14 10 33 

Digestive problems 4 10 S 19 

Pain 9 IS 9 33 

Itchy skin 7 10 6 23 

Swollen ankles 6 12 S 23 

Maximum 12 20 IS 47 
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Table E.24 

Third population: numbers replying correctly for each symptom associated with 
APKD ('yes' except where noted), subdivided by severity of disease. 

Symptom Gradel Grade 2 Grade 3 Total 

Obesity (No) 10 9 11 30 

Headache 4 7 10 21 

Kidney stones (No) 10 9 6 25 

Infection in urine 11 12 10 33 

High blood pressure 11 14 12 37 

Heartburn 2 6 7 15 

Cloudy urine 12 11 9 32 

Tiredness 9 12 12 33 

Digestive problems 6 6 7 19 

Pain 9 12 12 33 

Itchy skin 6 7 10 23 

Swollen ankles 8 5 10 23 

Maximum 12 15 20 47 
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Table E.2S 

Third population: numbers replying correctly for each symptom associated with 
APKD ('yes' except where noted), subdivided by age and number of children. 

Symptom ~44,~3 ~44,~3 ~4S,~2 ~4S,~3 Total 

Obesity (No) 22 3 3 2 30 

Headache 16 3 1 1 21 

Kidney stones (No) 20 2 1 2 25 

Infection in urine 23 3 5 2 33 

High blood pressure 26 4 4 3 37 

Heartburn 9 3 1 2 IS 

Cloudy urine 23 4 3 2 32 

Tiredness 22 4 4 3 33 

Digestive problems 13 2 2 2 19 

Pain 24 3 2 4 33 
Itchy skin 18 2 2 1 23 

Swollen ankles 17 2 3 1 23 

Maximum 28 5 7 7 47 

E.3.2 Score for knowledge of symptoms of APKD 

A composite score for each respondent's knowledge of the symptoms of APKD 

was formed, denoted KDS2. For each correct answer to the question: 'Which of the 

following are symptoms of APKD1' 1 point was given. The symptoms, and the number 

of respondents answering correctly are shown in Table E.22. The maximum score was 12 

points. The distribution of respondents by number of points, subdivided by sex and marital 

status is shown in Table E.26, by severity of disease in Table E.27, and by age and 

number of children in Table E.28. 

Although there were peaks at 0 points and 10 points, the bimodality was less 

marked than the score for knowledge of treatment in questionnaire 1. 
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Analysis using the GLIM system, and including all the possible explanatory 

variables described in Section 9.13 and also the scores for experience of genetic 

counselling, EGCS 1 and EGCS2, showed that the most useful explanatory variable was 

the combined factor for age and number of children, which was significant at a 1 % 

probability level. It explained 26.7% of the original variance. 

Table E.26 

Third population: score for questions on symptoms of APKD (KDS2), 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

o points 1 1 5 7 

1 point 1 1 

2 points 1 1 

3 points 0 

4 points 2 2 

5 points 1 2 1 4 

6 points 1 1 

7 points 2 1 2 5 

8 points 2 2 2 6 

9 points 1 3 4 

10 points 2 6 1 9 

11 points 3 3 6 

12 points 1 1 

Total 12 20 15 47 

Mean score 7.8 7.3 5.6 6.9 
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Table E.27 

Third population: score for questions on symptoms of APKD (KDS2), 
subdivided by severity of disease. 

Gradel Grade 2 Grade 3 Total 

o points I 6 7 

1 point 1 I 

2 points 1 1 

3 points 0 
4 points I 1 2 

5 points 2 1 1 4 

6 points I I 

7 points 3 2 5 

8 points 2 2 2 6 

9 points 1 3 4 

10 points 4 3 2 9 

11 points I 2 3 6 

12 points 1 1 

Total 12 15 20 47 

Mean score 8.2 7.2 5.9 6.9 
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Table E.28 

Third population: score for questions on symptoms of APKD (KDS2), 
subdivided by age and number of children. 

:S44, :s3 :S44,~3 ~45, :s2 ~45,~3 Total 

o points 1 1 2 3 7 

1 point 1 1 

2 points 1 1 

3 points 0 

4 points 1 1 2 

5 points 2 1 1 4 

6 points 1 1 

7 points 4 1 5 

8 points 5 1 6 

9 points 1 1 1 1 4 

10 points 8 1 9 

11 points 4 1 1 6 

12 points 1 1 

Total 28 5 7 7 47 

Mean score 8.3 7.0 4.4 3.6 6.9 

The mean scores for each combination of age and number of children are shown 

in Table E.29. The mean scores for those aged 45 and over are lower than those for 

younger ages, and the mean scores for those with 3 or more children are lower than the 

scores of those with fewer children. 
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Table E.29 

Third population: mean scores for knowledge of symptoms of APKD (KDS2), 
classified by age group and number of children. 

Age group 

up to 44 

45 and over 

Number of children 

0-2 

8.32 

4.43 

3 or more 

7.00 

3.S7 

E.4 KNOWLEDGE OF TREATMENT OF APKD: QUESTIONNAIRE 3, SECI10N 6 

E.4.1 Questions Cor knowledge or treatment or APKD 

In the same Section 6 of questionnaire 3, respondents were also asked to state 

which, if any, of a given list of treatments might be used to treat APKD. The answers, 

for all respondents combined, are shown in Table E.30. The total in each row is 47. A 

few respondents did not reply to any of this section, and others omitted certain items. 

Table E.30 

Third population: 'are the treatments listed used for treating APKD?'. 

Don't know 
Treatment Yes No Sometimes or no reply 

Water tablets 26 10 11 

Blood pressure tablets 35 1 11 

Kidney machine 35 3 9 

Exercise 18 16 1 12 

Diet 34 4 9 

Kidney transplant 35 2 10 

Rest 25 6 1 IS 
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The numbers answering 'yes' in respect of each treatment are shown in Table 

E.31, subdivided by sex and marital status, in Table E.32 subdivided by severity of 

disease, and in Table E.33 subdivided by age and number of children. 

Table E.31 

Third popUlation: numbers replying 'yes' for each treatment used for APKD, 
subdivided by sex and marital status. 

Single Married 
Treatment females females Males Total 

Water tablets 7 12 7 26 

Blood pressure tablets 11 16 8 35 

Kidney machine 10 17 8 35 

Exercise S 8 5 18 

Diet 10 16 8 34 

Kidney transplant 11 16 8 35 

Rest 6 12 7 25 

Maximum 12 20 IS 47 

Table E.32 

Third population: numbers replying ·yes' for each treatment used for APKD, 
subdivided by severity of disease. 

Treatment Grade 1 Grade 2 Grade 3 Total 

Water tablets 8 8 10 26 

Blood pressure tablets 11 13 11 35 

Kidney machine 11 11 13 35 

Exercise 7 5 6 18 

Diet 12 10 12 34 

Kidney transplant 12 11 12 35 

Rest 8 9 8 25 

Maximum 12 15 20 47 
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Table E.33 

Third population: numbers replying 'yes' for each treatment used for APKD, 
subdivided by age and number of children. 

Treatment S44, s3 S44,~3 ~45,S2 ~45,~3 Total 

Water tablets 20 18 3 2 26 

Blood pressure tablets 26 3 3 3 35 

Kidney machine 25 3 4 3 35 

Exercise 14 1 2 1 18 

Diet 24 3 4 3 34 

Kidney transplant 26 3 3 3 35 

Rest 17 3 2 3 25 

Maximum 28 5 7 7 47 

E.4.2 Score for knowledge of treatment of APKD 

A composite score for each respondent's knowledge of the treatments for APKD 

was formed, denoted KDS3. For each correct answer to the question: 'which of the 

following are ways of treating APKD1' 1 point was given; two treatments, Exercise and 

Rest, which are not usually prescribed, were ignored. The treatments, and the number of 

respondents answering correctly are shown in Table E.30. The maximum score was 5 

points. The distribution of respondents by number of points, subdivided by sex and marital 

status, is shown in Tables E.34, E.35 and E.36, subdivided by sex and marital status, 

severity of disease, and age and number of children respectively. 
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Table E.34 

Third population: scores for questions on knowledge of treatments for APKD, 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

o points 1 2 6 9 

1 point 0 

2 points 0 

3 points 1 4 2 7 

4 points 4 5 2 11 

5 points 6 9 5 20 

Total 12 20 15 47 

Mean score 4.1 3.8 2.6 3.5 

Table E.35 

Third population: scores for questions on knowledge of treatments for APKD, 
subdivided by severity of disease. 

o points 

1 point 

2 points 

3 points 

4 points 

5 points 

Total 

Mean score 

Grade 1 Grade 2 Grade 3 Total 

2 

5 

6 2 

6 6 

12 15 

4.5 3.5 
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Table E.36 

Third population: scores for questions on knowledge of treatments for APKD, 
subdivided by age and number of children 

~44, ~3 ~44, ~3 ~45, ~2 ~45, ~3 Total 

o points 1 2 3 3 9 

1 point 

2 points 

3 points 3 

4 points 8 

5 points 16 

Total 28 

Mean score 4.3 

1 

2 1 

1 2 

5 7 

2.6 2.4 

o 
o 

3 7 

11 

1 20 

7 47 

2.0 3.5 

This score too showed some evidence of bimodality, with 9 respondents getting 0 

points, and the rest getting 3 or more, with the largest number (20) getting the full 5 

points. 

Analysis using the GLIM system, and including all the possible explanatory 

variables described in Section 9.13 and also the scores for experience of genetic 

counselling, EGCS 1 and EGCS2, again showed that the most useful explanatory variable 

was the combined factor for age and number of children, which was again significant at 

a 1 % probability level. This time it explained 29.2 % of the original variance. 

The mean scores for each combination of age and number of children are shown 

in Table E.37. Again, the mean scores for those aged 45 and over are lower than those 

for younger ages, and the mean scores for those with 3 or more children are lower than 

the scores of those with fewer children. 
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Table E.37 

Third population: mean scores for knowledge of treatment of APKD (KDS3), 
classified by age group and number of children. 

Age group 

up to 44 

4S and over 

Number of children 

0-2 

4.32 

2.43 

3 or more 

2.60 

2.00 

E.S TOTAL SCORES FOR KNOWLEDGE OF SYMPTOMS AND TREATMENT OF APKD 

Two further scores were formed as totals: the first, denoted KDS4, was formed 

as the total score in questionnaire 3, the sum of the number of points for knowledge of 

symptoms (KDS2) and knowledge of treatments (KDS3). The maximum score was 17 

points. The second totals score, denoted KDSS, was formed as the total score for 

knowledge of the symptoms and treatment for APKD in the two questionnaires combined, 

KDS 1 plus KDS4. The maximum score was 24 points. 

The average scores for the questionnaire 3 total, KDS4, and for the grand total, 

KDSS, are shown in Tables E.38, E.39 and E.40, subdivided by sex and marital status, 

severity of disease, and age and number of children respectively. 

Table E.38 

Third popUlation: average scores for questions on knowledge of treatment and 
symptoms of APKD (KDS4 and KDSS), subdivided by sex and marital status. 

Total score in questionnaire 3, 
KDS4 

Total score in questionnaires 1 
and 3, KDSS 

Single Married 
females females Males Total 

11.9 11.2 8.2 10.4 

IS.3 IS.0 11.9 14.1 
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Table E.39 

Third population: average scores for questions on knowledge of treatment and 
symptoms of APKD (KDS4 and KDS5), subdivided by severity of disease. 

Grade 1 Grade 2 Grade 3 Total 

Total score in questionnaire 3, 
KDS4 

Total score in questionnaires 1 
and 3, KDS5 

12.7 

15.9 

Table E.40 

10.7 8.8 10.4 

13.1 13.8 14.1 

Third population: average scores for questions on knowledge of treatment and 
symptoms of APKD (KDS4 and KDS5), subdivided by age and number of children. 

~44,~3 ~44,~3 ~45,~2 ~45,~3 Total 

Total score in 12.6 9.6 6.9 5.6 10.4 
questionnaire 3, KDS4 

Total score in 
questionnaires 1 and 
3, KDS5 

16.1 14.4 11.3 8.9 14.1 

Both these scores were analysed using the GLIM system. The first totals score, 

KDS4, like its component parts, showed evidence of bimodality, with a small peak at 0 

points (7) and the main peak at 15 points, though the peak is very flat. 

This score is the sum of two scores which were highly correlated (correlation 

coefficient 0.82), and for both of which the combined factor for age and number of 

children was the most useful explanatory one. It is not surprising that this factor provided 

the best explanation for this score, again significant at a 1 % probability level, and 

explaining again 29.2 % of the original variance. 

The mean scores for each combination of age and number of children are shown 

in Table E.41; they are simply the sum of the mean scores for the component parts, KDS2 

and KDS3. The scores conform to the same pattern as before. 
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Table E,41 

Third population: mean scores for total score for knowledge of symptoms and 
treatment of APKD (KDS4), classified by age group and number of children. 

Age group 

up to 44 

45 and over 

Number of children 

0-2 

12.64 

6.86 

3 or more 

9.60 

5.57 

The final score in this section, KDS5, is the grand total of the scores for 

knowledge of the symptoms and treatment of APKD, both in questionnaire 1 and 

questionnaire 3. The distribution has rather little evidence of bimodality, but is fairly flat. 

This component parts of this score, KDSI and KDS4, are not closely correlated 

(correlation coefficient 0.01), and these two scores were best explained by different 

factors, severity of disease and education for KDS 1 and age and number of children for 

KDS4. This latter factor explained more of the variance in this case, this time significant 

at a 5% but not at a 1 % probability level, and explaining only 21.9% of the original 

variance. 

The mean scores for each combination of age and number of children are shown 

in Table E,42. The scores conform to the same pattern as before. 

Table E,42 

Third population: mean scores for grand total score for knowledge of symptoms 
and treatment of APKD (KDS5), classified by age group and number of children. 

Age group 

up to 44 

45 and over 
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0-2 

16.11 

11.29 

3 or more 

14.40 
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E.6 CORRELAnONS BE'IWEEN SCORES 

The (pearson product-moment) correlation coefficients were calculated for each of 

the scores for knowledge of symptoms and treatment of APKD with each other, and with 

the scores for experience of genetic counselling (EGCSI and EGCS2). The results are 

shown in Table E.43. Necessarily these calculations are based on the third population, 

except where indicated. 

Table E.43 

Third population: correlation coefficients for scores for knowledge of symptoms 
and treatment of APKD (KDSI to KDS5). 

KDSI 

KDS2 

KDS3 

KDS4 

KDS5 

EGCSI 

EGCS2 

Notes: 

KDS I KDS2 KDS3 KDS4 KDS5 

1.00 

0.06 1.00 

-0.11 0.82- 1.00 

0.01 0.98' 0.92' 1.00 

0.42' 0.92' 0.78' 0.91' 1.00 

0.212 0.27 0.31 0.30 0.33 

0.022 0.24 0.28 0.27 0.24 

2 indicates that the correlation coefficients have been calculated using 
the second population. 
, indicates that one score forms part of another, so a correlation is 
likely to be found. 
- indicates that the coefficient is significantly different from zero at a 
I % probability level. 

E.7 FuR1HER QUES'IlONS ON KNOWLEDGE OF APKD: 

QUES'IlONNAIRE 3, SECIlON 1 

Respondents to questionnaire 3 were asked what could be done to help someone 

suffering from APKD. Their responses are shown in Table E.44, E.45 and E.46, 
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subdivided by sex and marital status, severity of disease, and age and number of children 

respectively. 

Table E.44 

Third population: 'what can be done to help'?' , 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

Monitoring 

Dialysis 

Control blood pressure 

Combination of treatments 

Research or understanding 

Nothing 

Total 

S 

3 

2 

1 

1 

12 

Table E.4S 

3 

3 

S 

I 

1 

7 

20 

3 

S 

3 

1 

3 

IS 

11 

11 

10 

2 

2 

11 

47 

Third population: 'what can be done to help?', subdivided by severity of disease. 

Grade 1 Grade 2 Grade 3 Total 

Monitoring S 4 2 11 

Dialysis 3 8 11 

Control blood pressure 7 3 10 

Combination of treatments 2 2 

Research or understanding 1 1 2 

Nothing 4 3 4 11 

Total 12 IS 20 47 
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Table E,46 

Third population: 'what can be done to help?' , 
subdivided by age and number of children. 

S44,s3 S44,~3 ~45,s2 ~45,~3 Total 

Monitoring 8 2 1 11 

Dialysis 6 1 2 2 11 

Control blood pressure 5 2 2 1 10 

Combination of 1 1 2 
treatments 

Research or 1 1 2 
understanding 

Nothing 7 2 2 11 

Total 28 5 7 7 47 

Patients were asked 'what are the medical problems associated with APKD?'. The 

results are shown in Tables E,47(a), E,48(a) and E,49(a). 

Patients were asked whether they knew of other problems that might be associated 

with APKD. The list of problems given is shown in Table E.47(b), E,4S(b) and E.49(b). 
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Table E.47 

Third population: subdivided by sex and marital status. 

Single Married 
females females Males Total 

(a) 'what are the medical problems of APKD?' 

Blood pressure S 10 8 23 

Kidneys don't work 4 2 4 10 

Other suggestions 1 2 3 

Combinations of 2 4 2 8 
suggestions 

Don't know or nothing 2 1 3 

(b) 'what other problems of APKD are there?' 

Pain 2 2 3 7 

'Not a whole person' 2 4 6 

Restricts children 1 3 4 

Blood pressure 1 1 1 3 

Infection 1 1 1 3 

Assorted others 1 3 2 6 

Don't know or none 6 8 4 18 

Total 12 20 IS 47 
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Table E.48 

Third population: subdivided by severity of disease. 

Grade 1 Grade 2 Grade 3 Total 

(a) 'what are the medical problems of APKD1' 

Blood pressure 8 7 8 23 

Kidneys don't work 2 3 S 10 

Other suggestions 1 2 3 

Combinations of 1 3 4 8 
suggestions 

Don't know or nothing 2 1 3 

(b) 'what other problems of APKD are there?' 

Pain 1 4 2 7 

'Not a whole person' 2 4 6 

Restricts children 1 1 2 4 

Blood pressure 1 1 1 3 

Infection 2 1 3 

Asso~ others 1 3 2 6 

Don't know or none 6 4 8 18 

Total 12 IS 20 47 
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Table E.49 

Third population: subdivided by age and number of children. 

~44,~3 ~44,~3 ~4S,~2 ~4S,~3 Total 

(a) 'what are the medical problems of APKD1' 

Blood pressure 14 3 4 2 23 

Kidneys don't work 6 2 2 10 

Other suggestions 1 1 1 3 

Combinations of S 1 2 8 
suggestions 

Don't know or 2 1 3 
nothing 

(b) 'what other problems of APKD are there?' 

Pain 3 1 1 2 7 

'Not a whole person' 4 2 6 

Restricts children 4 4 

Blood pressure 2 1 3 

Infection 3 3 

Assorted others 4 2 6 

Don't know or none 8 3 4 3 18 

Total 28 S 7 7 47 

Respondents were asked whether APKD could be described as serious. The results 

are shown in Tables E.SO, E.S 1 and E.S2, subdivided by sex and marital status, severity 

of disease, and age and number of children respectively. 
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Table E.50 

Third population: 'is APKD serious?', subdivided by sex and marital status. 

Yes 

Moderately or 'could be' 

No 

Don't know 

Total 

Single Married 
females females Males Total 

4 

5 

3 

12 

Table E.51 

9 

6 

5 

20 

10 

1 

3 

1 

15 

23 

12 

11 

1 

47 

Third population: 'is APKD serious']', subdivided by severity of disease. 

Grade 1 Grade 2 Grade 3 Total 

Yes 4 6 13 23 

Moderately or 'could be' 6 4 2 12 

No 2 5 4 11 

Don't know 1 1 

Total 12 15 20 47 

Table E.S2 

Third population: 'is APKD serious?', subdivided by age and number of children. 

Yes 

Moderately or 'could 
be' 

No 

Don't know 

Total 

:S;44,:s;3 :S;44, ~3 ~45,:S;2 ~45, ~3 Total 

10 4 6 3 23 

10 1 1 12 

8 1 

28 5 7 

2 

1 

7 

11 

1 

47 

These rather diverse questions were not consolidated into a single score. 
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KNOWLEDGE OF GENETIC INHERITANCE AND TRANSMISSION OF APKD 

F.1 INTRODUCJ10N 

In Chapter 11 and Appendix E, the patients' knowledge of the symptoms and 

treatment of APKD was discussed. Their knowledge of the genetic inheritance and 

transmission of the disease is now considered. The patients' understanding and knowledge 

of the genetic inheritance and transmission of APKD was elucidated by questions in the 

first and the third interviews. The results are presented in this Appendix, and are 

discussed in Chapter 12. 

The answers are analysed below in the f1l'st place by the sex and marital status of 

the respondent, and then in the f1l'st part of the analysis by family history and by housing 

tenure, which the subsequent analysis showed to be the most useful explanatory variables; 

in the later parts of the analysis the combined factor for age and number of children is 

relevant, and results are presented according to this factor. 

F.2 KNOWLEDGE OF INHERITANCE IN THE nRST QUESTIONNAIRE 

F.2.1 Questions and basic results 

Section 5 of the f1l'st questionnaire was concerned with what the patients knew 

about the inheritance and transmission of APKD. Ten questions were asked, but some of 

these questions were not relevant for some respondents. 

Respondents were f1l'st asked whether they could describe how they got the 

condition. The word 'got' was used in order to allow respondents describe how they 

thought the illness was acquired, whether genetically or otherwise. The answers, 
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subdivided by sex and marital status, by family history and by housing tenure, are shown 

in Tables F.l, F.2 and F.3. 

Table F.l 

First population: 'how did you get the condition?', 
subdivided by sex and marital status 

Single Married 
females females Males Total 

Correct answer 8 19 11 

Incorrect answer 1 7 8 

Don't know 5 4 8 

Total 14 30 27 

Table F.2 

First population: 'how did you get the condition?', 
subdivided by family history. 

Grade 0 Gradel Grade 2 Grade 3 

Correct answer 3 4 15 16 

Incorrect answer 3 4 7 2 

Don't know 1 3 7 6 

Total 7 11 29 24 

Table F.3 

First population: 'how did you get the condition?', 
subdivided by housing tenure. 

Owner-occupier Tenant 

Correct answer 17 21 

Incorrect answer S 11 

Don't know S 12 

Total 27 44 
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Respondents were next asked whether the disorder 'ran in the family'. The answers 

are shown in Tables F.4, F.S and F.6. 

Table F.4 

First population: 'does it run in the family'}', subdivided by sex and marital status. 

Single Married 
females females Males Total 

Yes 12 20 16 48 
No 1 7 4 12 

Doesn't seem to 1 3 4 8 
Not sure 2 2 
Don't know 1 1 

Total 14 30 27 71 

Table P.S 

First population: 'does it run in the family'}', subdivided by family history. 

Yes 

No 

Doesn't seem to 
Not sure 

Don't know 

Total 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

1 2 21 24 48 

2 6 4 12 

332 8 

1 

7 11 

Table F.6 

2 

29 24 

2 

1 

71 

First population: 'does it run in the family'}', subdivided by housing tenure. 

Yes 

No 

Doesn't seem to 

Not sure 

Don't know 

Total 

Owner-occupier Tenant Total 

19 29 48 

4 8 12 
3 S 8 
1 

27 
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Every one of those with a strong family history (Grade 3) said that APKD did run 

in the family, as did most of those in family history Grade 2. 

Respondents were next asked which of their relatives were affected. The answers 

are shown in Tables F.7, F.8 and F.9. 

Table F.7 

First population: 'which relatives are affected?', 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

None 2 7 10 19 

Parent only 3 6 4 13 

Parent and sibs 7 6 6 19 

Sibs only 1 6 1 8 

Parent and other relatives 1 2 1 4 

Sibs and other relatives 1 1 

Parent, sibs and others 2 2 

Children only 2 1 3 

Not asked 2 2 

Total 14 30 27 71 
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Table F.8 

First population: 'which relatives are affected?' , 
subdivided by family history. 

Grade 0 Gradel Grade 2 Grade 3 Total 

None S 8 S 1 19 

Parent only 2 6 S 13 

Parent and sibs 8 11 19 

Sibs only 1 S 2 8 

Parent and other 1 1 2 4 
relatives 

Sibs and other 1 1 
relatives 

Parent, sibs and others 1 1 2 

Children only 2 1 3 

Not asked 1 1 2 

Total 7 11 29 24 71 

Table F.9 

First population: 'which relatives are affected?', 
subdivided by housing tenure. 

Owner-occupier Tenant Total 

None 7 12 19 

Parent only 6 7 13 

Parent and sibs 9 10 19 

Sibs only 3 S 8 

Parent and other relatives 2 2 4 

Sibs and other relatives 1 1 

Parent, sibs and others 2 2 

Children only 3 

Not asked 2 2 

Total 27 44 71 

499 



APPENDIX F: RESULTS: KNOWLEDGE OF INHERITANCE AND TRANSMISSION OF APKD 

The respondents were next asked whether APKD was inherited. The answers are 

shown in Tables F.IO, F.ll and F.12. 

Table F.1O 
First population: 'is APKD inherited?', subdivided by sex and marital status. 

Single Married 
females females Males Total 

Yes 11 22 18 51 
It seems to be 1 7 8 
No 2 3 1 6 
Don't know 1 3 1 5 
Not asked 1 1 

Total 14 30 27 71 

Table F.ll 

First population: 'is APKD inherited?', subdivided by family history. 

Yes 

It seems to be 
No 
Don't know 
Not asked 

Total 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

4 4 23 20 51 

1 

1 

1 

7 

152 8 

5 6 
1 1 

11 29 

Table F.12 

2 

24 

5 
1 

71 

First population: 'is APKD inherited?', subdivided by housing tenure. 

Yes 

It seems to be 
No 

Don't know 
Not asked 

Total 

Owner-occupier Tenant Total 

21 30 51 
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The patients were then asked how the condition was inherited. The answers are 

shown in Tables F.13, F.14 and F.15. The 7 who were not asked included those who 

thought that APKD was not inherited (in the previous question). 

Table F.13 

First population: 'how is APKD inherited?', subdivided by sex and marital status. 

Single Married 
females females Males Total 

Almost correct 2 4 6 

Skips generations I I 2 

Inherited by same sex 2 2 I 5 

Not sure 4 11 7 22 

Don't know 5 9 15 29 
Not asked 2 5 7 

Total 14 30 27 71 

Table F.14 

First population: 'how is APKD inherited?', subdivided by family history. 

Grade 0 Grade I Grade 2 Grade 3 Total 

Almost correct 2 2 2 6 

Skips generations 

Inherited by same sex 

Not sure I 

Don't know 5 3 

Not asked 2 5 

Total 7 11 
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Table F.15 

First population: 'how is APKD inherited?', subdivided by housing tenure. 

Owner-occupier Tenant Total 

Almost correct 1 5 6 

Skips generations 1 1 2 

Inherited by same sex 3 2 5 

Not sure 13 8 22 

Don't know 7 22 29 

Not asked 2 5 7 

Total 27 44 71 

Patients were then asked whether APKD could be passed on. The answers are 

shown in Tables F.16, F.17 and F.IS. 

Table F.16 

First population: 'can APKD be passed on?', subdivided by sex and marital status. 

Yes 

Don't know 

Not asked 

Total 

Single ~arried 
females females ~ales Total 

11 

3 

14 

Table F.17 

23 

4 

3 

30 

23 

4 

27 

57 

11 

3 

71 

First population: 'can APKD be passed on?', subdivided by family history. 

Grade 0 Gradel Grade 2 Grade 3 Total 

Yes 2 5 29 21 57 

Don't know 3 5 3 11 

Not asked 2 1 3 

Total 7 11 29 24 71 
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Table F.IS 

First population: 'can APKD be passed on?', subdivided by housing tenure. 

Yes 

Don't know 

Not asked 

Total 

Owner-occupier Tenant Total 

23 

2 

2 

27 

33 

9 

1 

44 

57 

11 

3 

71 

Patients were then asked how APKD was passed on. The results are shown in 

Tables F.19, F.20 and F.21. 

Table F.19 

First population: 'how is APKD passed on1', subdivided by sex and marital status. 

Almost correct 

Skips generations 

Mother to daughter 

Germ 

Not sure 

Don't know 

Not asked 

Total 

Single Married 
females females Males Total 

2 

1 

5 

5 

1 

14 

503 

6 

1 

1 

12 

4 

6 

30 

2 

1 

1 

8 

13 

2 

27 

10 

2 

2 

1 

25 

22 

9 
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Table F.20 

First population: 'how is APKD passed on1', subdivided by family history. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

Almost correct 2 3 S 10 

Skips generations 1 1 2 

Mother to daughter 1 1 2 

Germ 1 1 

Not sure 1 2 13 9 2S 

Don't know 1 3 11 7 22 

Not asked 3 6 9 

Total 7 11 29 24 71 

Table F.21 

First population: 'how is APKD passed on1', subdivided by housing tenure. 

Owner-occupier Tenant Total 

Almost correct 4 6 10 

Skips generations 2 2 

Mother to daughter 1 1 2 

Germ 1 1 

Not sure 9 16 2S 

Don't know 10 12 22 

Not asked 3 6 9 

Total 27 44 71 

Different words including inherited, genetic and familial have been used to 

describe APKD (See Chapter 3). The next question for respondents was: 'is APKD a 

genetic disorder?'. The answers are shown in Tables F.22, F.23 and F.24. 
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Table F.22 

First population: 'is APKD a genetic disorder?' t subdivided by sex and marital 
status. 

Yes 

Not sure 
No 

Don't know 

Not asked 

Total 

Single Married 
females females 

10 

4 

14 

Table F.23 

20 

2 
1 

S 

2 

30 

Males 

12 

1 

14 

27 

Total 

42 

3 
1 

23 

2 

71 

First population: 'is APKD a genetic disorder?' t subdivided by family history. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

Yes 2 3 20 17 42 

Not sure 1 2 3 
No 

Don't know 

Not asked 

Total 

4 

1 

7 

1 

S 

1 

11 

Table F.24 

7 7 

29 24 

1 

23 

2 
71 

First population: 'is APKD a genetic disorder?' t subdivided by housing tenure. 

Yes 

Not sure 

No 

Don't know 

Not asked 

Total 

Owner-occupier Tenant Total 

23 19 42 

4 

27 

3 3 
1 

19 
2 

44 

1 
23 

2 
71 

The question about whether the patient knew his or her own risk of inheriting 

APKD was not asked of 56 out of the 71 patients (79 %) at this stage as it was clear to the 

researcher that the method of transmission was problematic and potentially distressing to 
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these patients. The answers, such as they are, are given in Tables F.25, F.26 and F.27. 

Only 3 patients knew the correct risk for them to inherit APKD. 

Table F.25 

First population: 'do you know the risk for you to inherit APKD?', 
subdivided by sex and marital status. 

Single ~arried 
females females ~ales Total 

Yes 

No 

1 

Not asked 

7 

7 

2 

5 

23 26 

Total 14 30 27 

Table F.26 

First population: 'do you know the risk for you to inherit APKD?', 
subdivided by family history. 

3 

12 

S6 

71 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

Yes 

No 

Not asked 7 11 

2 

6 

21 

1 

6 

17 

Total 7 11 29 24 

Table F.27 

First population: 'do you know the risk for you to inherit APKD?' t 
subdivided by housing tenure. 

3 

12 

S6 

71 

Owner-occupier Tenant Total 

Yes 2 1 3 

No 4 7 12 

Not asked 21 35 56 

Total 27 44 71 
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For the same reasons 18 patients were not asked about whether they knew the risk 

to their children. The results of this question are shown in Tables F.28, F.29 and F.30. 

Table F.28 

First population: 'do you know the risk for your children to inherit APKD1', 
subdivided by sex and marital status. 

Yes 

No 

Not asked 

Total 

Single Married 
females females Males Total 

2 

9 

3 

14 

Table F.29 

8 

15 

7 

30 

7 

12 

8 

27 

17 

36 

18 

71 

First population: 'do you know the risk for your children to inherit APKD1' , 
subdivided by family history. 

Yes 

No 

Not asked 

Total 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

2 

5 

7 

5 

6 

11 

Table F.30 

7 

17 

5 

29 

8 

14 

2 

24 

17 

36 

18 

71 

First population: 'do you know the risk for your children to inherit APKD1', 
subdivided by housing tenure. 

Owner-occupier Tenant Total 

Yes 7 10 17 

No 16 20 36 

Not asked 4 14 18 

Total 30 27 71 
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F.2.2 Score for knowledge of inheritance in questionnaire 1 

Certain of the questions in questionnaire 1 about the genetic inheritance of APKD 

were used to fonn a composite score for the respondents' knowledge of genetics, formed 

as follows. 

For the answer 'yes' or 'it seems to be' to the question: 'Is APKD 
inherited?' 1 point was given. S9 respondents scored a point. 

For the answer 'yes' to: 'can APKD be passed on1' 1 point. 57 
respondents scored a point. 

For the answer 'yes' to: 'is APKD genetic']' 1 point. 42 respondents 
scored a point. 

If the respondent now had all 3 points scored so far one extra point 
was given. 40 respondents scored an extra point. 

For the answer 'yes' to: 'does APKD run in the family?' 1 point. 
48 respondents scored a point. 

This gives a maximum of 5 points. A score of 4 or 5 represents good knowledge 

of the inheritable nature of APKD, even if the precise details were not known; a lower 

score indicates some uncertainty at least about the terminology used. The distributions of 

respondents by number of points, subdivided by sex and marital status, by family history 

and by housing tenure, are shown in Tables F.31, F.32 and F.33. 

Table F.31 

First popUlation: scores for questions on knowledge of genetic inheritance of APKD 
in questionnaire 1 (KISl), subdivided by sex and marital status. 

Single Married 
females females Males Total 

o points 2 6 8 
1 point 4 4 

2 points 1 1 4 6 

3 points 2 4 7 13 
4 points 4 5 9 
5 points 9 15 7 31 

Total 14 30 27 71 

Mean score 3.9 3.S 3.3 3.5 
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Table F.32 

First population: scores for questions on knowledge of genetic inheritance of APKD 
in questionnaire 1 (KIS1), subdivided by family history. 

Grade 0 Gradel Grade 2 Grade 3 Total 

o points 3 5 8 

1 point 2 1 1 4 

2 points I 2 3 6 

3 points 2 8 3 13 

4 points 1 2 6 9 

5 points 1 13 17 31 

Total 7 11 29 24 71 

Mean score 1.6 1.5 4.0 4.2 3.5 

Table F.33 

First population: scores for questions on knowledge of genetic inheritance of APKD 
in questionnaire 1 (KIS1), subdivided by housing tenure. 

o points 

1 point 

2 points 

3 points 

4 points 

5 points 

Total 

Mean score 

Owner-occupier Tenant Total 

2 

2 

1 

5 

17 

27 

4.1 

6 

4 

4 

12 

4 

14 

44 

3.0 

8 

4 

6 

13 

9 

31 

71 

3.5 

Analysis using the GLIM system of the score for knowledge of inheritance, KIS 1, 

using all the possible explanatory variables described in Section 9.13 and including the 

first population showed that only the factors to produce effects significant at a 1 % 

probability level were family history and housing. Family history accounted for 41.7% 
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of the original variance, and housing an extra 7.4 %, making 49.1 % in all, quite a 

substantial reduction in the original variance. 

Further analysis using also the scores for experience of genetic counselling 

(EGCS 1 and EGCS2) and including the second population showed that again family 

history and housing were significant at a 1 % level, explaining 48,3 % of the original 

variance, but score EGCSI explained a further 4,S%, significant at a S%, though not at 

a 1 %, probability level. The correlation coefficient between scores KIS 1 and EGCS 1 was 

0.44, so by itself it would explain 19.1 % of the variance, but this is reduced when this 

factor is brought in after other and more powerful factors. 

The components of the mean score for the two populations are shown in Table 

F.34, and the mean scores for those with each combination of family history and housing, 

using the results from the first population, are shown in Table F.3S. Those with higher 

grades of family history (2 and 3) have better knowledge of the genetic inheritance of 

APKD than those with lower grades, to the extent of about 2.5 points more, and those 

who are owner occupiers have better knowledge than tenants to the extent of about one 

point. 
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Table F.34 

First and second populations: components of mean scores 
for knowledge of inheritance in questionnaire 1 (KIS1). 

Element 

Overall mean 

Family history: 

Grade 0 

Grade 1 

Grade 2 

Grade 3 

Housing: 

Owner-occupier 

Tenant 

Per unit of EGCS 1 

Population 

First Second 

3.46 

-1.80 

-1.90 

+0.60 

+0.67 

+0.60 

-0.37 

Table F.3S 

3.SS 

-1.28 

-1.78 

+0.S4 

+0.41 

+0.62 

-0.36 

+0.21 

First population: mean scores for knowledge of inheritance in questionnaire 1 
(KISl), classified by family history and housing. 

Family history Owner Tenant 
occupier 

Grade 0 2.27 1.29 

Grade 1 2.16 1.19 

Grade 2 4.67 3.70 

Grade 3 4.74 3.76 
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F.3 KNOWLEDGE OF INHERITANCE OF APKD: QUES110NNAIRE 3, SECIlON 5 

F.3.1 Questiom and basic results 

In Section 5 of questionnaire 3 five questions were asked about the patients' 

understanding of the genetics of APKD. These were of 'multiple choice' form, in that the 

respondent was asked to select one from a specified set of answers. In the tables below, 

the correct answer is given first, though it was not always in this position in the 

questionnaire. 

The fust question was: 'how is APKD passed on?'. The replies, subdivided by sex 

and marital status and by age and number of children, are shown in Tables F.36 and F.37. 

Table F.36 

Third population: 'how is APKD passed on?', subdivided by sex and marital status 

Single Married 
females females Males Total 

From generation to 11 14 9 34 
generation 

From female to female 2 2 

From female to male 2 2 

From male to female 1 1 

From male to male 0 

Some combination of the 1 1 2 
four above 

Don't know or no reply 3 3 6 

Total 12 20 15 47 
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Table F.37 

Third population: 'how is APKD passed on1', 
subdivided by age and number of children. 

S44,S2 S44,~3 ~4S,S2 ~4S,~3 Total 

From generation to 24 2 5 3 34 
generation 

From female to female 1 1 2 

From female to male 2 2 

From male to female 1 1 

From male to male 0 

Some combination of 2 2 
the four above 

Don't know or no 1 2 2 1 6 
reply 

Total 28 5 7 7 47 

The next two questions were: 'what is the risk of inheriting APKD1' and 'what is 

the risk of passing on APKD1'. The replies to both questions are shown in Tables F.38 

and F.39. 
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Table F.38 

Third population: subdivided by sex and marital status 

Single Married 
females females Males Total 

(a) 'what is the risk of inheriting APKD1' 

A big risk 4 4 4 12 
A medium risk 8 13 4 2S 

A small risk 1 3 4 

Don't know or no reply 2 4 6 

(b) 'what is the risk of passing on APKD1' 

A big risk S 4 4 13 

A medium risk 5 11 6 22 

A small risk 1 3 1 5 

Don't know or no reply 1 2 4 7 

Total 12 20 15 47 
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Table F.39 

Third population: subdivided by age and number of children. 

~44,~2 ~44,~3 ~45,~2 ~45,~3 Total 

(a) 'what is the risk of inheriting APKD1' 

A big risk 7 2 1 1 12 

A medium risk 19 1 3 2 25 

A small risk 1 1 2 4 

Don't know or no 1 2 1 2 6 
reply 

(b) 'what is the risk of passing on APKD1' 

A big risk 10 2 1 13 

A medium risk 15 1 2 4 22 

A small risk 2 1 1 1 S 

Don't know or no 1 3 2 1 7 
reply 

Total 28 S 7 7 47 

Respondents were then asked: 'when does APKD skip generations']'. The replies 

are shown in Tables F.40 and F.41. 

Table F.40 

Third population: 'when does APKD skip generations']' , 
subdivided by sex and marital status 

Single Married 
females females Males Total 

Never 

Sometimes 

Always 

Don't know or no reply 

Total 

S 

7 

12 

SIS 

10 

7 

3 

20 

6 

S 

4 

15 

21 

19 

o 
7 
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Table F.41 

Third population: 'when does APKD skip generations?' , 
subdivided by age and number of children. 

~44,~2 ~44,~3 ~45,~2 ~45,~3 Total 

Never 18 1 2 21 

Sometimes 9 3 4 3 19 

Always 0 

Don't know or no 1 2 2 2 7 
reply 

Total 28 7 7 47 

The final question in this section was: 'the risk of inheriting APKD is •• 1', and 

the possible replies were specific numbers. The replies are shown in Tables F.42 and 

F.43. 

Table F.42 

Third population: 'the chance of inheriting APKD is .• 1', 
subdivided by sex and marital status 

Single Married 
females females Males Total 

50-50 12 13 4 29 

1 in 2 1 1 

Both the above 2 2 4 

1 in 20 1 3 4 

lin4 1 1 

Two inconsistent replies 1 1 

Don't know or no reply 2 S 7 

Total 12 20 15 47 
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Table F.43 

Third population: 'the chance of inheriting APKD is .. 1' , 
subdivided by age and number of children. 

S44,s2 S44,~3 ~4S,S2 ~4S,~3 Total 

SO-50 21 3 4 1 29 

lin2 1 1 

Both the above 3 1 4 

1 in 20 2 2 4 

lin4 1 1 

Two inconsistent 1 1 
replies 

Don't know or no 2 2 1 2 7 
reply 

Total 28 5 7 7 47 

F.3.2 Score Cor knowledge oC inheritance in questionnaire 3, section 5 

A composite score, denoted KIS2, was constructed from the answers to the 

questions in this Section of Questionnaire 3, as follows. 

For the answer 'from generation to generation' to: 'how is APKD 
passed on?' 2 points. 34 respondents scored 2 points. 

For the answers 'from female to female', 'from female to male' or 
'from male to female' , or some combination of these, to the same question: 
'how is APKD passed on']' 1 point. 7 respondents scored 1 point. (This 
might have been the situation for their own family, although it is not true 
in general.) 

For the answer 'never' to: 'does APKD skip generations?' 1 point. 
21 respondents scored 1 point. 

For the answers 'SO-SO' or '1 in 2' or both to: 'what is the risk of 
inheriting APKD?' 1 point. 34 respondents scored 1 point. 

This gave a maximum of four points. The distributions of respondents by number 

of points, subdivided by sex and marital status and by age and number of children, are 

shown in Tables F.44 and FAS. 
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Table F.44 

Third population: scores for questions on knowledge of genetic inheritance of 
APKD (KIS2), subdivided by sex and marital status. 

Single Married 
females females Males Total 

o points 2 3 5 
1 point 1 1 2 
2 points 1 2 5 8 
3 points 6 8 2 16 
4 points 5 7 4 16 
Total 12 20 15 47 
Mean score 3.3 2.8 2.2 2.8 

Table F.45 
Third population: scores for questions on knowledge of genetic inheritance of 

APKD (KIS2), subdivided by age and number of children. 

o points 

1 point 

2 points 
3 points 
4 points 

Total 

Mean score 

~44, ~2 ~44, ~3 ~45, ~2 ~45, ~3 

121 1 

1 1 

2 1 1 4 
10 2 4 
15 1 

28 5 7 7 
3.4 1.6 2.1 1.9 

Total 

5 

2 

8 
16 
16 

47 
2.8 

Analysis of this score using the GLIM system and considering all the possible 

explanatory variables described in Section 9.13 showed that the variable that had the most 

significant effect was the factor combining age and number of children, which was 

significant at a 1 % probability level. Once this was taken into account no other factor had 

a significant effect. This factor accounted for 33.7% of the original variance of the score. 

The mean scores for those in each combination of age and number of children are 

shown in Table F.46. Those who have a larger number of children (3 or more) had less 
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knowledge of this aspect of genetic inheritance than those with fewer children or none. 

Those under 4S with fewer than 3 children had the best knowledge. 

Table F.46 

Third population: mean scores for knowledge of inheritance of APKD (KIS2), 
classified by age group and number of children. 

Age group 

up to 44 
4S and over 

Number of children 
0-2 

3.36 

2.14 

3 or more 

1.60 

1.86 

F.4 KNOWLEDGE OF TRANSMISSION OF APKD: QUESTIONNAIRE 3, SECTION 5 

F.4.1 Questions and basic results 

In Section S of questionnaire 3 six further questions were asked about the patients' 

understanding of the risks of transmitting APKD, with one question about the presence 

of symptoms. These too were of multiple choice form, in this case asking whether the 

given statements were true or false. 

The first two statements were: 'all children of a person with APKD will develop 

the condition' and 'on average half the children of a person with APKD will develop the 

condition'. The replies, subdivided by sex and marital status and by age and number of 

children, are shown in tables F.47 and F.48. 
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Table F,47 

Third population: subdivided by sex and marital status 

Single Married 
females females Males Total 

(a) 'all children of a person with APKD will develop the condition' 

False 2 7 2 11 
True 2 1 1 4 

Don't know or no reply 8 12 12 32 

(b) 'on average half the children of a person with APKD will develop the 
condition' 

True 8 12 7 

False 1 2 2 

Don't know or no reply 3 6 6 

Total 12 20 15 

Table F.48 

Third population: subdivided by age and number of children. 

:=;44,:=;2 :=;44, ~3 ~45,:=;2 ~45, ~3 

(a) 'all children of a person with APKD will develop the condition' 

False 8 1 2 

True 2 2 

Don't know or no 
reply 

18 5 4 5 

27 

5 

15 

47 

Total 

11 
4 

32 

(b) 'on average half the children of a person with APKD will develop the 
condition' 

True 21 3 3 27 

False 2 2 1 5 
Don't know or no 5 2 5 3 15 
reply 

Total 28 5 7 7 47 
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The next two statements were: 'on average half the children of a person with 

APKD are at risk of developing the condition' and 'all children of a person with APKD 

are at risk of developing the condition'. The replies are shown in Tables F.49 and F.SO. 

Table F.49 

Third population: subdivided by sex and marital status 
Single Married 

females females Males Total 

(a) 'on average half the children of a person with APKD are at risk of developing 
the condition' 

False 

True 

Don't know or no reply 

2 

3 
7 

4 

7 

9 

3 
4 

8 

9 
14 

24 

(b) 'all children of a person with APKD are at risk of developing the condition' 

True 8 7 S 20 
~se 3 2 S 

Don't know or no reply 4 10 8 22 

Total 12 20 IS 47 
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Table F.50 

Third population: subdivided by age and number of children. 

:S44,:S2 :S44,~3 ~4S,:S2 ~4S,~3 Total 

(a) 'on average half the children of a person with APKD are at risk of developing 
the condition' 

False 
True 

Don't know or no 
reply 

6 

9 

13 
1 
4 

2 

S 

1 
4 

2 

9 
14 

24 

(b) 'all children of a person with APKD are at risk of developing the condition' 

True 16 2 2 20 

False 2 1 2 5 

Don't know or no 10 3 4 5 22 
reply 

Total 28 5 7 7 47 

The next statement gave a choice of three mutually contradictory statements: 'a 

person with APKD sometimes (always/never) has a parent with APKD.'. Some 

respondents gave two replies as true. The replies are shown in Tables F.Sl and F.S2. 

Table P.St 

Third population: 'a person with APKD ... has a parent with APKD', 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

Always 

Sometimes 

Never 

Contradictory 

Don't know or no reply 

Total 

10 

1 

1 

12 
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13 

1 

1 

2 

3 

20 

6 

4 

1 

4 

15 

29 
6 

1 

3 

8 
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Table F.52 

Third population: 'a person with APKD .•. has a parent with APKD', 
subdivided by age and number of children. 

S44,S2 S44,~3 ~45,S2 C!:45, C!:3 Total 

Always 25 2 1 1 29 

Sometimes 1 1 2 2 6 

Never 1 1 

Contradictory 1 2 3 

Don't know or no 1 1 4 2 8 
reply 

Total 28 5 7 7 47 

The final statement in this section gave a choice of two mutually contradictory 

statements: 'APKD always (sometimes) has symptoms'. Some respondents gave both 

replies as true. The replies are shown in Tables F.53 and F.54. 

Table F.53 

Third population: 'APKD ••. has symptoms', subdivided by sex and marital status. 

Always 

Sometimes 

Contradictory 

Don't know or no reply 

Total 

Single Married 
females females Males Total 

4 

7 

1 

12 

523 

S 

10 

1 

4 

20 

9 

1 

1 

4 

15 

18 

18 

2 

9 
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Table F.54 

Third population: 'APKD ••• has symptoms', 
subdivided by age and number of children. 

S44, s2 S44,~3 ~4S,s2 ~4S,~3 Total 

Always 10 2 3 3 18 

Sometimes 16 2 - 18 

Contradictory 2 2 

Don't know or no 2 1 4 2 9 
reply 

Total 28 S 7 7 47 

F.4.2 Score for knowledge of transmission In questionnaire 3, section 5 

A composite score, denoted KIS3, was constructed from the answers to the 

questions on transmission in Section 5 of Questionnaire 3, as follows. 

For the answer 'false' to: 'is it true that all children of an affected 
parent will develop APKD1' 1 point. 35 respondents scored 1 point. 

For the answer 'true' to: 'is it true that half of the children of an 
affected parent will develop APKD1' 1 point. 27 respondents scored 1 
point. 

For the answer 'false' to: 'is it true that half of the children of an 
affected parent are at risk of developing APKD1' 1 point. 2S respondents 
scored 1 point. 

For the answer 'true' to: 'is it true that all of the children of an 
affected parent are at risk of developing APKD1' 1 point. 20 respondents 
scored 1 point. 

For the answer 'true' to: 'is it true that a person with APKD always 
has a parent with APKD', 1 point. 32 respondents scored 1 point. 

This gave a maximum of five points. The distributions of respondents by number 

of points, subdivided by sex and marital status and by age and number of children, are 

shown in Tables F.SS and F.S6. 
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Table F.SS 

Third population: scores for questions on knowledge of transmission of APKD in 
questionnaire 3, section S, (KIS3), subdivided by sex and marital status. 

Single Married 
females females Males Total 

o points 1 3 4 8 

1 point 0 

2 points 1 2 S 8 

3 points 4 7 2 13 

4 points 1 S 6 

S points S 3 4 12 

Total 12 20 IS 47 

Mean score 3.6 3.0 2.4 3.0 

Table F.S6 

Third population: scores for questions on knowledge of transmission of APKD in 
questionnaire 3, section S, (KIS3), subdivided by age and number of children. 

~44,~2 S44,~3 ~4S,~2 ~4S,~3 Total 

o points 1 1 4 2 8 

1 point 0 

2 points 1 2 2 3 8 

3 points 10 1 2 13 

4 points 6 6 

5 points 10 2 12 

Total 28 5 7 7 47 

Mean score 3.8 2.8 1.0 1.7 3.0 

Analysis of this score using the GLIM system showed that the factor that had the 

most significant effect was again that combining age and number of children, which was 

significant at a 1 % probability level. After this was taken into account the only other 

factor that had a significant effect was one of the scores for experience of genetic 
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counselling, EGCS2; the correlation coefficient between KIS3 and EGCS2 was 0.44, 

significantly different from zero at a 1 % level. The combined factor accounted for 42.S% 

of the original variance, and EGCS2 for a further 6.0%, making a total of 48.S %. 

The components of the mean score for those in each combination of age and 

number of children and for each unit of EGCS2 are shown in Table F .S7. Those who 

were 4S or over had less knowledge of this aspect of genetic inheritance than those who 

were younger. Those under 4S with fewer than 3 children had the best knowledge. 

Table F.S7 

Third population: components of mean scores for knowledge of transmission of 
APKD (KIS3). 

Element I Component 

Age and number of children: 

S44, s2 

S44, ~3 

~4S, s2 

~4S, ~3 

Per unit of EGCS2 

3.28 

2.41 

0.72 

1.43 

+0.16 

F.S KNOWLEDGE OF INHERITANCE OF APKD: QUESTIONNAIRE 3, SECIlON 1 

F.S.1 Questions and basic results 

Respondents were asked a variety of questions to ascertain their knowledge of 

APKD, the rust of which was: 'how did you get APKD1'. The results, subdivided by sex 

and marital status and by age and number of children, are shown in Tables F.S8 and F.S9. 
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Table F.S8 

Third popUlation: 'how did you get APKD1', subdivided by sex and marital status. 

Single Married 
females females Males Total 

Because it is hereditary 10 18 13 

During pregnancy 

Because of pain 

Don't know 

Total 

Because it is 
hereditary 

During pregnancy 

Because of pain 

Don't know 

Total 

1 

1 

2 1 1 

12 20 IS 

Table F.S9 

Third population: 'how did you get APKD1', 
subdivided by age and number of children. 

S44, s2 S44, ~3 ~45, s2 ~45, ~3 

25 4 7 5 

1 

2 1 

28 S 7 

1 

1 

7 

41 

1 

1 

4 

47 

Total 

41 

1 

1 

4 

47 

Respondents were asked how APKD is discovered in patients. The answers shown 

in Tables F.60 and F.61 reflect the different ways in which APKD came to be diagnosed. 
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Table F.60 

Third population: 'how is APKD discovered?', 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

It is hereditary 9 6 1 16 

Blood pressure 1 4 5 10 

During pregnancy 6 6 

By chance 1 1 3 5 

Because of pain 3 3 

From infection 1 2 3 

Because of bleeding 1 1 2 

Don't know 1 1 2 

Total 12 20 15 47 

Table F.61 

Third population: 'how is APKD discovered?', 
subdivided by age and number of children. 

S44,s2 S44,~3 ~45,~2 ~4S,~3 Total 

It is hereditary 13 2 1 16 

Blood pressure 4 3 1 2 10 

During pregnancy 6 6 

By chance 3 2 5 

Because of pain 1 2 3 

From infection 1 1 1 3 

Because of bleeding 1 1 2 

Don't know 1 1 2 

Total 28 5 7 7 47 

Respondents were asked whether APKD could be caught. Almost all the patients 

(43 out of 47 or 91 %) knew that APKD could not be caught. Tables F.62 and F.63 show 

the results. 
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Table F.62 

Third population: 'can you catch APKD'1', subdivided by sex and marital status. 

No 

Yes 

Don't know 

Total 

Single Married 
females females Males Total 

12 

12 

Table F.63 

18 

2 

20 

13 

1 

1 

15 

43 

3 

1 

47 

Third population: 'can you catch APKD1', 
subdivided by age and number of children. 

No 

Yes 

Don't know 

Total 

S44, s2 S44, ~3 ~45, s2 ~45, ~3 

25 5 7 6 

3 

1 

28 5 7 7 

Total 

43 

3 

1 

47 

Patients were asked whether APKD could be prevented. A majority (35 out of 47 

or 74%) thought that APKD could not be prevented. The results are shown in Table F.64 

and F.6S. 

Table F.64 

Third popUlation: 'can APKD be prevented?', subdivided by sex and marital status. 

No 

Yes 

By not having children 

Don't know 

Total 

Single Married 
females females Males Total 

8 

1 

3 

12 

529 

17 

3 

20 

10 

1 

3 

1 

15 

35 
2 

9 

1 

47 
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Table F.6S 

Third population: 'can APKD be prevented?', 
subdivided by age and number of children. 

No 

Yes 

By not having children 
Don't know 

Total 

S44,s2 S44,~3 ~45,S2 ~45,~3 

20 4 5 6 
1 

7 

28 

1 

.5 

1 

1 

7 

1 

7 

F.S.2 Score Cor knowledge oC inheritance in questionnaire 3, section 1 

Total 

35 

2 

9 
1 . 

47 

These questions also formed the basis of a score, denoted KIS4, formed as follows. 

For the answer 'hereditary' to: 'how did you get APKD'?' 1 point. 
41 respondents scored a point. 

For the answer 'no' to: 'can you catch it?' 1 point. 43 respondents 
scored a point. 

For the answers 'yes' or 'by having no children' to: 'can it be 
prevented?' 1 point. 11 respondents scored a point. 

This gave a maximum of three points. The distributions of respondents by number 

of points, subdivided by sex and marital status and by age and number of children, are 

shown in Tables F.66 and F.67. 

Table F.66 

Third population: scores for questions in section 1 on knowledge of genetic 
inheritance of APKD (KIS4), subdivided by sex and marital status. 

o points 

1 point 

2 points 

3 points 

Total 

Mean score 

Single Married 
females females 

2 4 

6 13 
4 3 

12 20 

2.2 2.0 

.530 

Males Total 

o 
3 9 

9 28 

3 10 

15 47 
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Table F.67 

Third population: scores for questions in section 1 on knowledge of genetic 
inheritance of APKD (KIS4), subdivided by age and number of children. 

:S44,:S2 :S44,::i!=3 ::i!=4S,:S2 ::i!=4S, ~3 Total 

o points o 
1 point S 1 3 9 

2 points 16 3 S 4 28 

3 points 7 1 2 10 

Total 28 S 7 7 47 

Mean score 2.1 2.0 2.3 1.6 2.0 

Analysis of this score using the GLIM system showed not one explanatory variable 

that had any significant effect. 

F.6 TOTAL SCORES FOR KNOWLEDGE OF GENE11C INIIERITANCE 

Two further scores were formed as totals: the first, denoted KISS, was formed as 

the total score in questionnaire 3, the sum of the number of points for the three sections 

described above, combined, i.e KIS2 plus KIS3 plus KIS4. The maximum score was 12 

points. The final total score, denoted KIS6, was formed as the total score in the two 

questionnaires combined, the sum of the score for questionnaire 1 and the total score for 

questionnaire 3, i.e. KISt plus KISS. The maximum score was 17 points. 

The average scores for the questionnaire 3 total, KISS, and for the grand total, 

KIS6, subdivided by sex and marital status, by family history and by age and number of 

children, are shown in Tables F.68, F.69 and F.70. 
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Table F.68 

Third population: average scores for questions on knowledge of inheritance of 
APKD (KISS and KIS6), subdivided by sex and marital status. 

Total score in questionnaire 3, 
KISS 

Total score in questionnaires 1 
and 3, KIS6 

Single Married 
females females Males Total 

9.1 7.8 6.6 7.7 

12.7 12.1 10.1 11.6 

Table F.69 

Third population: average scores for questions on knowledge of inheritance of 
APKD (KISS and KIS6), subdivided by family history. 

Total score in questionnaire 3, 
KISS 

Total score in questionnaires 1 
and 3, KIS6 

Grade 1 Grade 2 Grade 3 Total 

5.8 7.3 9.0 7.7 

7.0 11.3 13.5 11.6 

Table F.70 

Third population: average scores for questions on knowledge of inheritance of 
APKD (KISS and KIS6): subdivided by age and number of children. 

Total score in 
questionnaire 3, KISS 

Total score in 
questionnaires 1 and 
3, KIS6 

S44,s2 S44,~3 ~4S,S2 ~4S,~3 Total 

9.2 6.4 5.4 5.1 7.7 

13.1 10.4 9.4 8.7 11.6 

It would be reasonable to expect that a factor that had been relevant in explaining 

the variation in a part of any total score might contribute also to the explanation of the 

total. Analysis of the first total score, KISS, showed that only one factor had a significant 

influence, again that combining age and number of children, which explained 61.5% of 

the original variance. No other variable made any significant contribution. 
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The mean scores, classified by age and number of children, are shown in Table 

F.71. Again those under age 45 with fewer than 3 children have the highest score. 

Table F.71 

Third population: mean scores for knowledge of inheritance of APKD in 
questionnaire 3 (KISS), classified by age and number of children. 

Age group 

up to 44 

45 and over 

Number of children 

0-2 

9.21 

5.43 

3 or more 

6.40 

5.14 

Again it would be reasonable to expect that a factor that had been relevant in 

explaining the variation in a part of the total might contribute also to the total. Analysis 

of the final total score, KIS6, showed that the first two candidates were family history and 

the combined factor for age and number of children, both significant at a 1 % probability 

level. No other factor had any significant effect; the experience score EGCS2 was next, 

but not at a 5 % level. 

The components for the two explanatory variables, relative to the mean score of 

11.62, are shown in Table F. 72, and the expected scores for the two variables are shown 

in Table F.73. 
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Table F.72 

Third population: components of mean scores 
. for total knowledge of inheritance of APKD (KIS6). 

Element 

Overall mean 

Family history: 

Grade 1 

Grade 2 

Grade 3 

Age and number of children: 

=:;«, =:;2 

=:;«, ~3 

~45, =:;2 

~45, ~3 

Table F.73 

Component 

11.62 

-4.00 

-0.11 

+1.34 

+1.20 

-1.69 

-1.73 

-1.89 

Third population: mean scores for total knowledge of inheritance of APKD (KIS6), 
classified by family history and by age and number of children. 

Age and number of children 

Family history S44, s2 S44, ~3 ~45t s2 ~45t ~3 

Grade 1 8.83 5.94 5.89 5.73 

Grade 2 12.71 9.82 9.78 9.62 

Grade 3 14.17 11.28 11.24 11.08 

This analysis shows that family history is the strongest single factor overall and 

particularly of the larger population in questionnaire 1 in explaining variation in 

knowledge of genetic inheritance. Those with a stronger family history have a better 

appreciation of the genetics. Within the population in questionnaire 3 age and number of 

children were relevant. Those who ere aged less than 45 and had fewer then 3 children 

had the best knowledge. 
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F.7 CORRELAnONS 8ETWEEN SCORES 

The (pearson product-moment) correlation coefficients were calculated for each of 

the scores for knowledge of inheritance with each other, and with the scores for 

experience of genetic counselling (EGCS 1 and EGCS2) and the scores for knowledge of 

the symptoms and treatment of APKD (KISI to KIS6). The results are shown in Table 

F.74. Necessarily these calculations are based on the third population, except where 

indicated. 

Table F.74 

Third population: correlation coefficients for scores 
for knowledge of genetic inheritance (KIS 1 to KIS6). 

KISI KIS2 KIS3 KIS4 KISS KIS6 

KISI 1.00 

KIS2 0.03 1.00 

KIS3 0.15 0.72- 1.00 

KIS4 0.10 0.17 0.18 1.00 

KISS 0.12 0.88' 0.93' 0.39' 1.00 

KIS6 0.52' 0.77' 0.86' 0.38' 0.91' 1.00 

EGCSI 0.442 0.24 0.38 0.03 0.33 0.41 

EGCS2 0.212 0.26 0.45- 0.09 0.39 0.40 

KOSI 0.331 -0.10 -0.03 0.21 -0.02 0.07 

KDS2 0.06 0.59- 0.67- 0.13 0.67- 0.60-

KDS3 0.20 0.52- 0.62- 0.01 0.59- 0.59-

KDS4 0.11 0.59- 0.68- 0.09 0.67- 0.62-

KDS5 0.18 0.49- 0.61- 0.17 0.60- 0.59-

Notes: 1 and 2 indicate that the correlation coefficients have been calculated 
using the first and second populations respectively. 
, indicates that one score forms part of another, so a correlation is 
likely to be found. 
- indicates that the coefficient is significantly different from zero at a 
1 % probability level. 
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Within the third population there was substantial correlation between the scores for 

knowledge of the disease (KDS2 and KDS3) and the factual knowledge of inheritance 

(KIS2 and KIS3), and the analysis in this Appendix and in Appendix E has shown that 

these scores are in each case mainly dependent on the combined variable for age and 

number of children. Family history has an effect on the score in questionnaire 1 (KISt), 

and through that on the grand total score (KIS6). The score for the content of genetic 

counselling (EGCS2) is correlated with one of the scores for knowledge of inheritance 

(KIS3) and it was found to have some effect in the GLIM analysis. 
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G.I INTROOOcnON 

In this Appendix the results of the topics noted below of interest in genetic 

counselling are reported; the results are discussed in Chapter 14: 

attitudes to having children; 

attitudes to screening and testing of at risk relatives; 

attitudes to testing of children; 

outcomes of genetic counselling; 

who should do genetic counselling. 

G.l REsPoNDENTS' ATrInJDES TO HAVING CImDREN 

G.l.I Numbers or children and Influence or APKD thereon 

Respondents were asked how many children they had had, and then how many 

children would like or would have liked to have had; the two answers were compared. 

The responses to these two questions, subdivided by sex and marital status, are shown in 

Tables G.l and G.2; then the two answers are compared with each other in Table G.3. 

There were 20 respondents who had two children, 14 who had more than two, and 

31 who had fewer than two. Nevertheless 36 respondents would like to have two 

children; these included 10 single females and 13 married females. 

Table G.3 shows that only one person would have liked fewer children than she 

(a married woman) already had. 29 respondents (out of 65 or 44%) were happy with the 

number of children they had, and 33 (out of 65 or 51 %) would have liked more. In a few 

cases it was not appropriate to ask the respondent this question. 
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Table 0.1 

Second population: 'how many children have you had?', 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

None 13 2 2 17 

1 1 10 3 14 

2 9 11 20 

3 2 5 7 

4 2 4 6 

5 1 1 

Total 14 26 25 6S 

Table 0.2 

Second population: 'how many children would you like or have liked?', 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

None 1 1 

1 1 1 

2 10 13 13 36 

3 2 5 4 11 

4 3 4 7 

S 1 1 

More 1 1 2 

Some 1 1 1 3 

Not asked 1 1 1 3 

Total 14 26 25 6S 
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Table 0.3 

Second population: 'how many children would you like or have liked?' , 
subdivided by 'how many children have you had?'. 

None 1 2 3 4 S Total 

None 1 1 

1 1 1 

2 11 10 IS 36 

3 2 1 2 6 11 

4 1 6 7 

5 1 1 

More 1 1 2 

Some 3 3 

Not asked 1 1 1 3 

Total 17 14 20 7 6 1 65 

The answer to these two questions are shown in Tables 0.4 and G.S subdivided 

by severity of disease. 

Table G.4 

Second population: 'how many children have you had?', 
subdivided by severity of disease. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

None 6 6 5 17 

1 2 6 6 14 

2 3 1 8 8 20 

3 5 2 7 

4 1 5 6 

5 1 1 

Total S 13 20 27 6S 
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Table G.5 

Second population: 'how many children would you like or have liked?' t 
subdivided by severity of disease. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

None 1 1 

1 - 1 1 

2 3 12 6 15 26 

3 1 1 7 2 11 

4 2 5 7 

5 1 1 

More 1 1 2 

Some 1 2 3 

Not asked 3 3 

Total 5 13 20 27 65 

Among those with more than two children, all but one had obtained no school 

qualifications (education level 1), as shown in Table G.6. 

Table 0.6 

Second population: 'how many children have you had?', 
subdivided by educational level. 

Levell Level 2 Level 3 Level 4 Total 

None 6 4 5 2 17 

1 6 1 6 1 14 

2 13 2 2 3 20 

3 6 1 7 

4 6 6 

5 1 1 

Total 38 7 14 6 65 

Respondents were asked whether their knowledge of APKD had affected their 

views about how many children they would like, as shown in Table 0.7. 17 out of the 40 
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female respondents (42%) said that the decision about the number of children they would 

like had been affected by the knowledge of APKD were women, as opposed to only 6 out 

of 24 (25 %) among the men. However the contrast, although suggestive, is not 

statistically significant. 

Table G.7 

Second population: 'has your knowledge of APKD affected your decision about 
how many children you would like?', subdivided by sex and marital status. 

Yes 

No 

Total 

Single Married 
females females Males Total 

6 

8 

14 

11 

15 

26 

6 

19 

25 

23 

42 

65 

Respondents were asked to describe the effect that their knowledge of APKD had had on 

the number of children they had had or would have liked. The responses are shown in 

Table G.8. 
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Table G.8 

Second population: 'how has your knowledge of APKD affected your decision 
about how many children you have had?', subdivided by sex and marital status. 

Single Married 
females females Males Total 

Sterilised or vasectomy· 1 5 2 8 

To have fewer children 1 1 1 3 

Have not yet made plans 3 1 4 
about children 

Not to have children 1 1 

Did not marry 1 1 

Altered spacing of 2 2 
children 

No decision made yet 2 2 4 

Not affected decision 8 15 19 42 

Total 14 26 25 65 

Note .: one male had had a vasectomy; the wife of another had been sterilised. 

G.2.2 Attitudes to voluntary childlessness, sterilisation, vasectomy and A.I.D. 

Respondents were asked whether they would be prepared to consider various forms 

of action to limit their families: 'having no children', sterilisation or vasectomy (of 

themselves or their partner as appropriate), or A. I. D. (strictly appropriate only if the 

male partner is affected). The results are shown subdivided by sex and marital status in 

Tables G.9(a) to G.9(d) respectively and subdivided by severity of disease in Tables 

G.I0(a) to G.lO(d) respectively. 
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Table 0.9 

Second population: subdivided by sex and marital status. 

Single Married 
females females Males Total 

(a) 'would you consider having no children?' 

Yes 4 5 9 18 

Perhaps 2 2 

No 9 20 11 40 

Not asked 1 1 3 5 

(b) 'would you consider sterilisation?' 

Yes 6 16 5 27 

After having a child 1 1 

Perhaps 1 1 2 

No 6 8 8 22 

Not asked 1 12 13 

(c) 'would you consider vasectomy?' 

Yes 1 7 11 19 

Perhaps 1 2 3 

No 7 14 11 32 

Not asked 6 4 1 11 

(d) 'would you consider A. I. D.1' 

Yes 1 2 3 

Perhaps 1 5 6 

No 8 17 16 41 

Not asked 6 7 2 15 

Total 14 26 25 65 
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Table G.I0 

Second population: subdivided by severity of disease. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

(a) 'would you consider having no children'?' 

Yes 2 1 6 9 18 

Perhaps 1 1 2 

No 3 12 11 14 40 

Not asked 2 3 S 

(b) 'would you consider sterilisation'?' 

Yes 2 4 8 13 27 

Perhaps 1 1 2 

After having had a 1 1 
child 

No 1 7 9 S 22 

Not asked 2 3 8 13 

(c) 'would you consider vasectomy'?' 

Yes 3 2 7 7 19 

Perhaps 1 2 3 

No 2 8 9 13 32 

Not asked 3 3 S 11 

(d) 'would you consider A. I. D.'?' 

Yes 1 2 3 

Perhaps 3 3 6 

No 4 9 12 16 41 

Not asked 1 3 S 6 15 

Total 5 13 20 27 65 

In each case there was a tendency for the more severely affected patients to say 

that they would consider limiting their family in the way suggested, though in no single 

case is the result statistically significant. 
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G.2.3 Score for attitude to having no more children. 

A composite score, denoted ATCS, was formed to represent each respondent's 

attitude to having no more children as follows. 

For the answer 'yes' to each of the questions listed below 2 points, 
and for the answer 'perhaps' 1 point. 

Would you consider having no children? 
Would you consider sterilisation? 
Would you consider vasectomy? 
Would you consider A.I.D.? 

Yes 
18 
27 
19 
3 

Perhaps 
2 
3 
3 
6 

The maximum score was 8 points, and the distribution of scores, subdivided by 

sex and marital status, is shown in Table G.ll. 

Table G.ll 

Second population: scores for questions on attitude to having no more children, 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

o points 5 9 11 25 

1 point 1 1 

2 points 4 7 2 13 

3 points 1 1 2 4 

4 points 3 5 4 12 

5 points 2 2 

6 points 4 2 6 

7 points 1 1 

8 points 1 1 

Total 14 26 25 65 

Mean score 1.7 2.3 2.5 2.3 

Analysis of this score using the GLIM system, and considering to all the possible 

explanatory variables described in Section 9.13, and also all the constructed scores for 
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experience of genetic counselling described in Chapter 10, and for knowledge of all 

aspects of APKD described in Chapters 11 and 12, showed that not one explanatory 

variable had any 'significant bearing on the score representing the respondent's attitude to 

having no children. 

G.3 A 1TI'IUDES TO SCREENING AND TESTING AT RISK RELA 11VES 

G.3.1 Attitudes to screening at risk 

Respondents were asked a number of questions that related to their attitude to the 

screening and testing of relatives who were at risk of APKD. The first question was 

whether those at risk should be told of their situation. The responses are shown in Table 

0.12. Almost all (59 out of 65 or 91 %) thought that those at risk should be told, or were 

not sure (5 out of 65 or 8%), making a total of 64 out of 65 or 98%. Only one thought 

that they should not. 

Table 0.12 

Second population: 'should those at risk be told of their risk?', 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

Yes 14 

Not sure 

No 

Total 14 

25 

1 

26 

19 

4 

1 

25 

59 

5 

1 

65 

Respondents were asked why they thought that those at risk should be told of their 

risk. There was a variety of answers, as shown in Table 0.13. 
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Table G.13 

Second population: 'why should those at risk be told of their risk?', 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

'So that they can be screened' S 10 9 24 

'So that they can have choices' 4 8 S 17 

'So that they can plan their 1 3 2 6 
lives' 

'So that they are prepared' 1 2 1 4 

'They have to know' 2 1 3 

'Because it is sensible' 2 2 

'Because it relieves anxiety' 1 1 

'Because it is appropriate' 1 1 

Not sure 1 

Not asked 1 2 3 6 

Total 14 26 2S 6S 

G.3.2 Attitudes to testing at risk 

Respondents were asked whether they thought that those at risk should be tested. 

The responses are shown in Table 0.14. Almost all (62 out of the 6S or 9S %) thought that 

they should be tested. One male and one married female were unsure and one married 

female felt strongly that testing was the choice of the individual concerned and she could 

herself give no opinion. Not one was against. 
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Table G.14 

Second population: 'should those at risk be tested?', 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

Yes 

Not sure 

It is the choice of the 
individual 

Total 

14 

14 

24 

1 

1 

26 

24 

1 

25 

62 

2 

1 

65 

The reasons that respondents gave to explain why they thought that those at risk 

should be tested are shown in Table G.IS. 

Table G.15 

Second population: 'why should those at risk be tested', 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

'So that they will know' 5 7 6 18 

'So that they can plan their 2 7 4 13 
lives' 

'So that they can be treated' 3 3 2 8 

'So that they are aware' 1 2 3 6 

'It depends on the individual' 1 4 5 

'So that they can be watched' 1 3 4 

'They need to know, even 1 1 2 
though it could upset them' 

'Because it relieves anxiety' 1 1 

'Because it is sensible' 1 1 

Not asked 1 3 3 7 

Total 14 26 25 65 
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G.4 A 1TI1UDES TO TESTING CHILDREN 

G.4.1 Testing children at risk 

Most respondents were asked whether they thought that their children should be 

tested; 10 respondents were not asked because they were either younger or older and the 

question was inappropriate. The answers are shown in Table 0.16. Of those that were 

asked 43 out of 51 (84%) said 'yes' unconditionally, and a further 9 (18%) said 'yes' with 

qualifications. Two felt that it was the choice of the individual. Not one respondent was 

against. 

Table G.16 

Second population: 'should your children be tested?', 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

Yes 2 21 20 43 

Yes, but not currently 6 1 1 8 
applicable 

Yes, but not too young 1 1 

It is the choice of the 1 1 2 
individual 

Not asked 6 2 2 10 

Total 14 26 25 65 

The reasons given by respondents for having their own children tested are shown 

in Table G.17. 
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Table 0.17 

Second population: 'why should your children be tested?', 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

'So that they can be looked 1 S 6 12 
after' 

'So that they can plan their 1 S 4 10 
lives' 

'So that they may know' 1 3 1 S 

'So that I can know and they S S 
can be treated' 

'It depends on the individual' 2 1 3 

'To prevent APKD' 3 3 

'So that they can be free of 1 2 3 
trouble' 

'Better earlier than in their 1 1 
teens' 

'When they are mature enough' 1 1 

Not asked 11 4 7 22 

Total 14 26 2S 6S 

Respondents were asked whether or not to have their child tested was a difficult 

decision. 11 respondents (17%) said that it was, but 35 (54%) said that it was not, as 

shown in Table 0.18. 
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Table 0.18 

Second population: 'was it a difficult decision to have your children tested?', 
subdivided by sex and marital status. 

Yes 

No 

Single Married 
females females Males Total 

Not asked 

1 

1 

12 

4 

19 

3 

6 

15 

4 

11 

35 

19 

Total 14 26 25 65 

G.4.2 Informing children at risk 

Respondents were asked at what age they thought that children of an affected 

parent should be told of their risk. The results are shown in Table 0.19. 

Table 0.19 

Second population: 'at what age should children be told of their risk?' , 
subdivided by sex and marital status. 

Single Married 
Age females females Males Total 

0-5 7 6 13 

6-10 1 1 

11-15 3 3 1 7 

16 5 8 4 17 

17 2 2 1 5 

18 3 3 8 14 

19-28 1 3 4 8 

Total 14 26 25 65 

Most respondents (54 out of 65 or 83 %) thought that the at risk child should be 

tested between the ages of 16 and 20, as shown in Table 0.20. 
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Table 0.20 

Second population: 'at what age should children at risk be tested for APKD1', 
subdivided by sex and marital status. 

Single Married 
Age females females Males Total 

0-5 5 4 9 

6-10 0 

11-15 1 1 

16 6 5 7 18 

17 2 3 3 8 

18 5 7 7 19 

20 1 6 2 9 

28 1 1 

Total 14 26 25 65 

G.4.3 Dependency on other ractors 

It would have been interesting to investigate whether the attitudes of respondents 

to the screening and testing of those at risk and of children differed by any of the possible 

factors that could have been considered. However, when there is almost complete 

unanimity in the responses, almost all being in favour of informing, testing and screening, 

no further analysis is possible. 

G.S OurCOMES OF GENETIC COUNSEUJNG 

G.S.1 Consequences or genetic counselling 

Respondents were asked five questions about whether genetic counselling had 

helped them in specific ways. The numbers of respondents answering 'yes' to each of 

these questions are shown in Table 0.21. 
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Table 0.21 

Second population: numbers of respondents answering 'yes' to questions 
commencing 'did genetic counselling .. .' , subdivided by sex and marital status. 

Single Married 
females females Males Total 

•.. inform you about risk? 9 

... help you to decide on 3 
your family? 

... inform you about 2 
APKD? 

•.• relieve stress? 2 

... inform you about 2 
treatment? 

G.S.2 Score for outcomes of genetic counselling 

20 

7 

3 

3 

2 

11 

4 

4 

1 

40 

14 

9 

5 

5 

A score was formed from the questions relating to the outcomes of genetic 

counselling, denoted OGeS, and constructed as follows: 

For the answer 'yes' to the question: 'Did genetic counselling relieve 
stress?' 1 point. 5 respondents scored a point. 

For the answer 'yes' to the question: 'Did genetic counselling inform you 
about the risk?' 1 point. 40 respondents scored a point. 

For the answer 'yes' to the question: 'Did genetic counselling help you to 
decide about your family?' 1 point. 14 respondents scored a point. 

For the answer 'yes' to the question: 'Did genetic counselling inform you 
about APKD?' 1 point. 9 respondents scored a point. 

For the answer 'yes' to the question: 'Did genetic counselling inform you 
about treatment?' 1 point. 5 respondents scored a point. 

This gave a maximum of 5 points. The distribution of respondents by number of 

points, subdivided by sex and marital status, is shown in Table 0.22. 
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Table 0.22 

Second population: scores for questions on outcome of genetic counselling (DGCS), 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

o points 5 6 14 25 

1 point 6 11 5 22 

2 points 1 6 3 10 

3 points 1 3 4 

4 points 1 1 

5 points 2 1 3 

Total 14 26 25 65 

Mean score 1.3 1.3 0.8 1.1 

Analysis of this score using the GLIM system showed that, of the possible 

explanatory variables described in Section 9.13, the only factor with any significance was 

that combining age and number of children, which was significant only at a 5% 

probability level. 

However, when the scores for the experience of genetic counselling, EGCSI and 

EGCS2, are introduced as possible factors, each is very significant by itself, but adding 

the other provides little improvement. The correlation coefficients of OGCS with these 

two scores are 0.60 and 0.65 respectively (see Table 0.24). The higher of the two is that 

with EOCS2, which therefore gives the better fit. The model then takes the form of a 

simple linear regression, accounting for 42.5 % of the original variance. The parameters 

are shown in Table 0.23. 
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Table 0.23 

Parameters for score on outcome of genetic counselling (OGCS). 

Element 

Constant 

Per unit of EGCS 1 

G.S.3 Correlation coefficients between scores 

Score 

0.09 

+0.34 

The (pearson product-moment) correlation coefficients were calculated for each of 

the scores discussed in this Appendix with each other, with the scores for experience of 

genetic counselling (EGCSI and EGCS2) and with all the scores for knowledge of APKD 

(KDSI to KDSS and KISt to KIS6). The results are shown in Table 0.24. The 

calculations are based on the second or third populations as indicated. 
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Table 0.24 

Third population: correlation coefficients for scores for results of genetic 
counselling (ATCS and OGCS). 

Notes: 

ATCS OGCS 

ATCS2 1.00 

OGCS2 0.04 1.0 

EGCS12 0.02 0.60-

EGCS22 0.17 0.6S-

KDS12 0.10 -0.01 

KDS23 -0.18 0.2S 

KDS33 -0.18 0.27 

KDS43 -0.18 0.27 

KDSS3 -0.16 0.20 

KIS12 0.07 0.16 

KIS23 -0.17 0.22 

KIS33 -0.13 0.42-

KIS43 -0.03 0.02 

KISS3 -0.16 0.34 

KIS63 -0.14 0.34 

2 and 3 indicate that the correlation coefficients have been calculated 
using the second and third populations respectively. 
- indicates that the coefficient is significantly different from zero at a 
1 % probability level. 

The score for attitude to having children, ATCS, had no significant correlations 

with any other score. The score for the outcomes of genetic counselling, OGCS, had fairly 

strong correlations with the scores for the experience of genetic counselling (0.60 and 

0.65), as noted in Section 0.5.2, and also a correlation of 0.42 with knowledge of 

treatment, KIS3. 
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G.S.4 Decisions taken as a result or genetic counselling 

Patients were asked whether they had taken decisions as a result of the information 

they had received in genetic counselling. Out of the 49 patients who had received genetic 

counselling, only 16 or 33% had taken decisions as a result of genetic counselling 

information compared with 33 (67%) who had not, as shown in Table 0.25. Most of 

those who had taken decisions were married women (13 out of 16), or a majority of the 

married women counselled (13 out of 22 or 59%). By contrast, only one male (out of 17) 

and 2 single females (out of 10) had taken decisions. In a 2 by 2 contingency table, setting 

single females plus males versus married females and 'yes' versus 'no' among those who 

had taken decisions the difference is strongly significant (Fisher's exact test shows that the 

probability that 3 or fewer of the former category saying 'yes' is 0.00(5). 

Table 0.25 

Second population: 'have you taken any decisions as a result of genetic 
counselling?', subdivided by sex and marital status. 

Single Married 
females females Males Total 

Yes 2 13 1 16 

No 8 9 16 33 

No genetic counselling 4 4 8 16 

Total 14 26 25 65 

Of the 16 patients who had taken decisions following genetic counselling 8 were 

in severity grade 3 (out of 19 who had received genetic counselling), as shown in Table 

0.26; but 2 out of the 4 unaffected also had taken decisions. 
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Table G.26 

Second population: 'have you taken any decisions as a result of genetic 
counselling'?', subdivided by severity of disease. 

Grade 0 Grade 1 Grade 2 Grade 3 Total 

Yes 

No 

No genetic counselling 

Total 

2 

2 

1 

S 

2 

11 

13 

4 

9 

7 

20 

The decisions taken by patients are shown in Table G.27. 

Table G.27 

8 

11 

8 

27 

16 

33 

16 

65 

Second population: 'what decisions have you made as a result of genetic 
counselling,?', subdivided by sex and marital status. 

Single Married 
females females Males Total 

Sterilisation or vasectomy 1 6 1 8 

No more children 2 2 

No children 1 1 

Smaller family 1 1 2 

Told child(ren) 1 1 

Suggested child(ren) 2 2 
screened 

No decisions 8 9 16 33 

No genetic counselling 4 4 8 16 

Total 14 26 25 65 

G.6 WHO SHOULD GIVE GENETIC COUNSELLING? 

G.6.1 Who should give genetic counselling? 

Patients were asked what kind of person they would like to see giving genetic 

counselling. The results are shown in Table G.28. 
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Table G.28 

Second population: numbers of respondents who thought that genetic counselling 
should be given by the stated category of person, 

subdivided by sex and marital status. 

Single Married 
females females Males Total 

Specialist genetic counsellor 10 20 17 47 

Doctors in renal unit 10 16 18 44 

OP 2 8 7 17 

Nurse 1 1 2 

Social Worker 1 1 

Maximum 14 26 25 65 

Respondents were also asked to name any other person or category of person who 

could give genetic counselling. This question did not yield many suggestions; only 15 out 

of 65 made a suggestion, as shown in Table G.29. The majority of patients had no 

suggestions. 1 patient suggested a parent or cousin, 4 patients suggested another affected 

patient, and 10 patients (8 female and 2 male) suggested 'someone like you', ie like the 

research worker. 

Table 0.29 

Second population: 'whom else can you name who could give genetic counselling?', 
subdivided by sex and marital status. 

'Someone like you' 

'Someone who is affected' 

Parents or cousins 

No suggestions 

Total 

Single Married 
females females Males Total 

3 

1 

1 

9 

14 

559 

5 

2 

19 

26 

2 

1 

22 

2S 

10 

4 

1 

50 

6S 
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Patients were also asked whether they thought that no genetic counselling should 

be given. Not one patient out of the 65 believed that no genetic counselling should be 

given. 

Respondents were asked about the sort of information that they would like in a 

genetic counselling service if it were to become available, or about the features that should 

characterise it. The results are shown in Table G.30. 

Table G.30 

Second population: 'if you have not had genetic counselling, what sort of 
information should be included in it, or what features should characterise it'?', 

subdivided by sex and marital status. 

Single Married 
females females Males Total 

Information 3 5 11 19 

Quiet 3 3 

GP could be involved 1 2 3 

Use of questionnaire 1 1 2 

Use of Counsellor 2 2 

Time 1 1 

Group discussion 1 1 

Not clinical 1 1 

A good listener 1 1 

Not asked 11 14 7 32 

Total 14 26 25 65 

G.6.2 Who should inform children? 

Almost all the patients (63 out of 65 or 97 %) thought that the parents should tell 

their children that they were at risk. One male was not asked this question. The results 

are shown in Table G.31. 
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Table 0.31 

Second population: 'who should tell children of their risk1', 
subdivided by sex and marital status. 

Single Married 
females females Males Total 

Parents 

Doctor and parents 

Not asked 

Total 

13 

1 

14 

26 

26 

561 

24 

1 

25 

63 

1 

1 

65 


