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Abstract

Stady of & family with avtosomal dominant polyeystic kidney discascs
CADPK D) e DNive geocrations, inclading 96 healthy and 47 aflected imdividuals,
has been carried out in Tehran.

Iovestipation on  individuals, including  linal diagnoses by clinical
findings, sonvgraphy, radiography and laboratory results, have lead fo the
completion ol genealogical chart of the Family. The affected individuals have
reached a stage ol the disease with confirmed occurance of renal damages,

Uncertain diagnoses, unconlirmed statements of the family members about
probable presence of the discases in seme other members, and also the death of
some members by other reasons were noi possible o be registered in the chart,

Up to now the chart has been the largest and the most complete in Iran,

comparcd with the ones reported in e available lerature,

Introduction

Cystic discases ol the kindney are the cause of over 10% of all end stage
renal disease (ESRD). Ooe of the most common monopenic dsorders in human is
autosomal dominanal polycyste kidocy discase (ADPKD), aflfecting 11000 live
births with three types reported, on the basis of the involoved chromosomes,

Linkage studies have shown that the magernly (85%) ol cases are due 1o
mutations in PRI on chromoeseme 161, and mutations in PKD2 on chromosome 4g
account Tor most of the remaining cases (7). The disease may become symplomatic

i neonate (oligohydramnion syndrome: Poller syndrome), childhood or early adult
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Hle, bt o wsually os dscovercd o the thaed, fowrth or ffth decade of hie
4.6,

Hhewwever, i some cases 11 s never discovered or reported (5) Various
lroms ol plycysiic kedoey disease accounts for up o 10% of paticnls requiring
renal replacement therapy (1)

Progrossove Tommation aml enlargement ol cysts an the kedoey and other
orpans such as the liver, spleen, pancreas and lungs are charactenistics, The
eystyomphl be detectable by o belore fhe age of 200 Cortex and medulla of both
kidneys usually have lrge numbers of sphenical eyets within membranes. Formation

:
of the eysts as thought W resull Trom Gualure of wmon of the collecting and
conveluted wboles of some nephrons, The diameters vary Trom a millimeter o few
cenlimeters. New ovsls do nel form, bal fhe present ones enlarge and cause
pressure and destruction of adpeent tssues, The kidney's parenchyma may be
normal, nephroscleretie or show interstitial ocphots (2,4),

The discase usually starts with Hank pain, al imes, due 1o haemoarrhage
i # cysl, causing hacmaturia, leading W anacmia. 1% of patienls pass urinary
caleuli, 75% present with hypertention. Proleinuria usually  exisls, urinary
infections happen semetimes along the course. Acule renal problems may be caused
by the closure of the wreters, due W oanfection, calucuh, clot or cysts, 30% of
palients  become  wraemic,  Also prolememia,  bemalare,  pycelonephrilis,
gastrointestinal symploms, hypertonia in 30-70% of cases, brain aneurism in 30%
and hepatic cysts i 30% of patients have been observed. Liver may Tunction
normally and the cysts might show no sipgnand epgastne discomfor! may not be

present (4,07,

Materials and methods

Muost members of the family under study were referred o several private
physicians’ offices, some referred 1w the Nephrology Division of the Shariau
University Hospital, The rest of the patients were found by searching, follow up
and questioning the slher fouly members. Among them lew deceased cases, without
exlensive medical files were found. About balf of the cases bved in Tebran and
the other hall’ in other cities; so the coworkers had to travel 1o those cities (o
examin the patients 1o obtain laboratory resulls and other information. Few cases
lived in other counirics.

The lindings were confirmed by repeated nephrologic examinations,
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laboratory findings, ultrasonography, radiology, and short term hospitalization
{for dilferent medical reasons) for some of the patients.

Due o some difficulties, such as the unknown atdresses, deceased ones
and ncooperative individuals, specifications were not used in the pedigree or
the discussions.

Resulis and discussion

Adult Polycystie Kidney Disease with elinical sipns of dehydration,
hypertention, large and palpable kidneys in 47 the most affected individulas (20
males and 27 females), was diagnosed m a large lranian Moslem family, in 5
generation with 143 members, living in Iran and few in other countries (Fig 1,
Table 1). The disease was in most cases realized in the third decade of life, and
as debydration causes great discomfort, it became apparent during hot scasons.

In the avalable patients, renal caleuli were observed in 21% of the
ndividuals, Renal colic existed in most of the affected persons. Hematuria was
persent, at times, in some of them. Cysts in other parts of the body, specially
i liver, were not detected. Known CNS bleeding, including ruplured cerebiral
ancurysm, were observed i 11% of the cases and heart fmlure in 6.5%. The
existing literature have shown nearly similar observations (4),

The affected cases in the podigree were observed 1o be less than the
eapected 50%. This is due to the fact that some had deceased, prior 1o e
diagnosed and the relatives have reported them as healthy members.
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Figrue [- Pedigree of an lramian ADIK.D kindred
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Tahle 1. The numbers of affected and non alfected individuals, male and female,
in the family

Members Pl e female Tatal

AdTected n 27 47

Mon affected 4% 4% D6

Total 0R 75 143
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