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AyTO30MHO peLecMBHa NoaMuncTMYHa bonecr bybpera:
npuKas 6onecHuka
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KPATAK CAPXA)

YBop AyTO30MHO peLiecMBHa noanumcTMyHa bonect 6ybpera je Hajuewhe Hacne[HO NMONMLMCTAYHO oborbere bybpera
opojuanm 1 Aeue. CnekTap KIMHWUYKKX 3HaKOBa 1 CMMTOMa 0Bora 060/betba je Beoma pa3HOBPCTaH U Bapypa Of NepuHa-
TaNHe CMPTY {0 Gnaror HanpefHor 06/MKa Koju ce MoXe AnjarHOCTUKOBATU TeK Y nepuogy agonecLeHuuje.

Mpukas 6onecHnka [ete je poheHo nsmehy 35. 1 36. Heferbe rectaumje. Pe3yntaT CBUX CTaHAAPAHIX NeKapCKnX nperne-
Aa Koje je Majka HoBopoheHueTa obaBuna bunm cy 3afoBosbasajyhin. Hekonuko faHa npes nopohaj KnmHuyapu 13 peruo-
HaHoOT 3APaBCTBEHOT LieHTpa Cy AnjarHocTnkoBany ysehaHe 6ybpere 1 onuroxnapamHuoH. Mopohaj je n3BpLueH Lapckum
pe3om. ButanHe dyHKLpje HoBopoheHUeTa bune Cy y KPUTUYHOM CTakby, 360T Yera je OHO NpebayeHo y YHMBEP3UTETCKY Aey-
jy KnuHuky y Beorpapy. Y6p3o no npujemy Aete je, U nopes CBUX Npeay3eTnx Mepa, ympio. Aytoncuja je obassbeHa y UH-
cTUTYTY 3a natonorujy y beorpagy. Cu pesyntati cy 6unm TUNUYHK 3a NepuHaTanHu 061aMK ayTO30MHO peLiecuBHe Nonu-
umMcTyHe 6onectun bybpera. Bybpesn cy 6unu eHopmMHO yBehaHu, ca LUCTUYHO AUNATMPaHUM CabUpHIUM KaHanuhima Koju
Cy roToBO NOTMNYHO 3ametbnBany bybpexxHn napeHxum. Mnyha cy 6una 6naro xmnonnactuyHa. Y jetpy cy youeHu npoLuvpe-
HU MOPTHW NPOCTOPY C YMHOXXEHUM HeMpaBWHWM, pa3rpaHaTUM Xy4HUM KaHanuhnma. Y3pok cMpTu je 6110 pecnmpaTtopHm
ANCTPEC-CUHAPOM Y3 UHCYULUmMjeHLnjy 6ybpera.

3aK/byyak Y CBVM CllyyajeBMMa KOHreHnTanHux aHomanmja bybpera ca CMPTHUM CXO[0M HEOMXOAHO je 06aBUTH ayToncy-

jy N UNBbHO NreHETCKO UCMNTUBAHE.

KrbyuHe peuu: ayTo30MHO peLiecBHa nonnumcTuyHa 6onect 6ybpera; PKHDT; reHeTCKo NCNUTYBatbE; Lunonatuje

yBOA

AyTO30MHO pellecBHa IOMNINCTHYHA O0oecT 6y-
6pera (APIIBB) je obo/meme Koje ce nCrospaBa Ha
pobemy wm yop3o mo pobemwy [1]. APIIBD je Haj-
vemrhe HaclTeHO MOMMIUCTUYHO 060/beHE OyOpe-
ra ogojyamy 1 gene. CrieKTap KIMHIMYKIX 3HAKOBA
U CHIMIITOMa OBOTa 000/betba je BeOMa PasHOBPCTAH
U Bapupa Off IlepMHATA/IHe CMPTH 10 6/1are mporpe-
cuBHe 6071eCTH, KOja Ce MOYXKe JUjarHOCTUKOBATH TeK
y Iepuojy ajjoyiecieHnyje. Y IpKoc IMpPOKOM CIIeK-
TPy KIMHIYKMX MaHuecTanmnja, nieHTrNKoBaH je
TeH OATOBOPAH 3a CBe 00/MKe 60/1eCT! — T€HCK JIO-
Kyc Ha 6p21 (polycystic kidney and hepatic disease 1 -
autosomal recessive — PKHDI) [1, 2]. Braga munube-
he J1a HEKO/IMKO MYTHPAHUX ajIea yTude Ha (eHo-
TUIICKO MCIIO/baBatbe 60/IECTU KO pasnmanTux 60-
necHYKa [2]. DpekBeHIIMja XeTepO3UTOTA 33 OBaj TeH
je 1:70 [1, 3, 4]. PoguTe/bu Koju Cy 3[;paBU HOCHOLN
MYTHUPAHOT ajiefia MMajy pUsMK of 25% 3a IOTOM-
crBo ca APIIBE [3].

Excrpecuja PKHDI je Beoma uspaxkena y 6y-
Ope3nma deryca 1 0OZpPaCcINX 0003, a Y MAkOj Me-
puy jetpu, 300r dera cy raBHe MaHKpeCTaLje M-
raunje PKHDI reHa ynpaBo Ha OBUM opraHuMa [1,
5]. I'enckn npousson PKHDI reHa je BeMKM IIPO-
teuH (PpuOpOLNCTIH WM TOMMAYKTNH) U MMa YIOTY
cmmuHy penenropuma [3,5,6]. HegasHo je yrepbheno
ma APIIBD npumaza rpynm nprMapHUX OV/INjapHUX
IVCKeHesNja, Tj. nymronaTyjaMa [7]. Hopmanse Ty-
Oyrncke emnrente henuje 6y6pera nmajy mummje. Le-
HeTCKU M3a3BaH NopeMeheHy pa3Boj Lumja, yciep

IIOCTOjarba NOMUIMCTYHA 1 11 2, JOBOM O HAKYTI/ba-
ha Kanuujyma y henujama.

Maxpockorcku, 6y6pesu cy ysehanu u Ha muma
ce youaBajy 6pojHa cybKaIicyrapHa UCTIIHA [IPO-
HIMpera Koja XMCTONMOWKY OATOBapajy pajujagTHo
OPMjeHTUCAHNM MPOIINPEHNM CAOMPHIM KaHA/IN-
huma. Xucronoukn, y 6ybpe3nma ce yodasa emnu-
Te/IHa XMIepIriasuja cabupHux Kanamrha HeppoHa
[9]. Xunepromactuyne henuje mopexy dyHkipmoHan-
HIM IIPOMEHaMa U, yMeCTO PeCOPITUBHE (QyHKIIV-
je xojy obaBipajy, mocrajy cexperopue hennje. Teu-
HOCT KOjy 13/1y4yjy oBe usMemeHe herje je 6orara
enurenHuM ¢paxropuma pacra (EGF),360r era usa-
3UBa U3PAXKEHY JyKTalIHy Auratanujy. IIpubmmkHo
10-90% xanamha moxxe mognehn oBakBuM mpome-
HaMa, 360r dera ce 6yOpesu mory Beoma ysehatn. ¥V
MHTepCTUIUjyMy ocToju ¢pubposa [1,2, 8]. Kaga je
HajBehu 6poj kananuha nsmermeH, fo1a3u 1o cnabspe-
a PyHKIMje 6yOpera ¢ a30TeMIjOM I CMarberha KOH-
LIeHTPALOHe CIIOCOOHOCTI Oybpera.

3axsaheHocT jeTpe ce beesxu Kofi cBakor 06ore-
nor ox APITBB, a manudecranuje ce pasnnkyjy y 3a-
BUCHOCTH Off y3pacTa 6ojecHuka. [maBue mopdorto-
IIKe IIPOMEHe Y jeTpu Cy epuroprHa pubposa u gu-
JaTanyja Xy4Hnx kaHammha. 3navajua saxsahenoct
jeTpe JOBOAY 10 KOHTEHWUTA/IHE XemaTdHe puobpo-
3e. Hajuemrha xmHnuka MaHudecranmja KOHreH-
tanHe Gubpose jeTpe je mopTHA XUNepTeHsuja [1].

Munupenunja jaBbama APIIBB y Cjenumennum
Awmepunuakum [Ip>xaBama je usmebyy 1:6.000 u 1:55.000
xmBopobeHe fette, 0K je y DUHCKO] y4ecTamocT 0BOr
ob6omema 1:1.000 [1]. IIpema HaBOAMMA PYIVIX Ay TO-



pa, MHIAeHHja 0BOT 060/bemba je 1:20.000 sxuBopobhene
mete [2, 6]. [TpaBy nnunpenuujy APIIBD je temxo yTBp-
JLUTH, jep MHOTA [ielia YMIPY Y HEOHATA/THOM IIeproxy 6e3
jacHe mujarHo3se [3]. Jocana Hitje youeHa pas/uKa y yde-
CTaJIOCTH jaB/barba OBOT 0060/bemba 10 oy [2].

NPUKA3 BOJIECHUKA

Hosopobenue sxerckor mona ynyheHo je Ha 06mykuujy
u3 YHMBep3uTeTcKe fieyje KimHMKe y beorpany (YIK) ¢
KIMHIYKUM JijarHo3ama IpeBpeMeHo poheHor nerera,
aHoMarmjama, yeehaunm 6y6pesuma u Kapguopecmnmpa-
topHoM nHCyunujennyujom. HoBopobenue je y VIK po-
Be3€HO 13 3;paBCTBEHOT IieHTpa y IInpoTy ofMax o po-
hemwy. Majka HoBOpoheHuera je nmasa 22 rognHe, Tpya-
Hohy je peoBHO KOHTpO/ICANa 1 Herupana obo/bera y
JIMYHOj U MOPOAMYHOj aHaMHe3u. CBera HEKOINKO fia-
Ha mpep mopobaj cmemnrreHa je Ha Oferberbe MaToIoruje
TpyaHOohe 300T y/ITpa3ByYHOr Hajla3a OJIMIOXUAPAMHIO-
Ha 11 yBehanux 6y6pera deryca. [Topobaj je, 36or mommnx
TOHOBa 6ebe, M3BpIIeH HapckumM pesoM. [Ipouemena re-
CTaIMOHA CTAPOCT Y TPeHyTKy mopobaja 6ura je 35/36 re-
CTALIMOHVIX Hefie/ba. AIIrap CKOp y IPBOM MUHY Ty )KMBOTa
je 6uo 5,a y meToM MUHYTY 6. 360T MOTOPIIIaha OIIITET
CTama ¥ CyMibe Ha TYMOPO3HO u3MelbeHe 6ybpere, ete
je npebaveno uHa YJK. ToxoM myTa n3BefeHa je Kapamo-
Iy/IMOHA/THA peaHMMAllja leTeTa y HEeKO/IMKO HaBpaTa.
CMpT je HacTynmIa ucrora faHa. 360r CyMme KIMHIYa-
pa Ha KOHTeHUTA/IHY AaHOMa/IIjy, HoBopobeHde je yrryheHo
y MlactutyTt 3a natonorujy y beorpagy pagu ayromncuje.
ITpu cropalimeM Iperjefy geteTa youeHn cy Omna-
ra acuMeTpyja JINLA, HELITO Ay0/by OYHU HAabOPH U Beo-
Ma gucTeHanpan abgomen. [Ipu yHyTpammsem nperiegy
HajylevyaT/buBUj1 Hamas cy 6umm ysehanu 6y6pesu, ko-
ju cy ucnymwasanu Behn geo TpbyuIHe AyIUbe, HOTUCKY-
jyhm mpyre opraue u gujadparmy. Jeman 6yOper je Texxuo
180 rpama, a spyru 200 rpama, ITO Cy BPEJHOCTH KOje Off-
rosapajy O6ybpesnma ogpacior yoBeka. [ecan 6yoper je
610 yobudajeHOr U3ITIEAa, JOK je 1eBu Oybper mMao 06-
nuk kngrre (Cruxa 1). Ha mpecexy je youen Bemuxu 6poj
LUCTUYHIX IPOMeHa Ha o6a 6yOpera, IIPeTeXXHO y Me-
Ly/Iu, KOja je 61/1a BeoMa MPOLINPeHa Ha PadyH KOPTeK-

Cnuka 1.JleBn 6y6per kndnmnyactor obnuka
Figure 1. Shape deformation of left kidney
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Cnuka 2. Ha npeceky fiecHor 6y6pera youaBajy ce MHOTre MUKpPOLU-
CTUYHe popmauvje y menynu

Figure 2. Enlarged right kidney with medullary microcystic forma-
tions

Cnuka 3. LlnctnuHo gunatmpanm cabrpHu KaHanvhiu ys cmareH 6poj
rnomepyna ¢etanHor Tvna (H&E, x20)

Figure 3. Cystic diatation of collecting ducts and reduced number of
fetal glomeruli (H&E, x20)

ca (Cinka 2). O6a mryhna xpua cy 6mra Heto Mama
671ar0 XUIOIUIACTUYHA, Ca OPOjHIM CYOIUIeypaTHUM HOJ-
JIMBUMA, YBpIIhe KOH3MCTEHIUje M TOHY/IA CY [IPY IPO-
6u winBama. Ha mpeceky cy 6mrma TaMHOLpBEHa, MECTH-
MIYHO ITpourapana 6paoHKacTuM nopuma. C mpeceka ce
C/IMBajia Mara KOMMYMHA CyKpBUYaBe T€YHOCTI. JeTpa je
6wma Temka 125 rpama n Benmmuune 12,5X7,5x3 cm, opro-
Bapasa je y3pacty 1 Macu HoBopobendera (mpema ITore-
py). Hamas na ocramum opranuma je 6uo y ckiagy c y3-
pactom HoBopobheHueTa.

Hajsnauajuuje xucrosomike npomete cy rakobe youe-
He y 6ybpesuma, jerpu u wiyhuma. Bybpesn cy nmanu
npomene TumnaHe 3a APTIBB: mapenxum 6y6pera je ro-
TOBO HOTHyHO 3aM€IHEH UUICTUYHO IVJIATYPAaHVIM ca61/1p—
HMM KaHa/mhnMa, Koju ¢y 6mmy 06710)KeHN jeTHOPeHIM
arUIaTMpaHuM ermTesioM. Bpoj rmomepyna je 6110 cMarbeH,
a 6unu cy yrnmaBaoM ¢eransor tuna (Cnnka 3). Mectu-
MIYHO Ce y OVCTUYHO OVIATPaHNM KaHaHI/IhI/IMa Hajia-
3no Behu 6poj mommmMopHOHYKIeaPHIX TeyKOLNTA, KA0
U PeTKU epUTPOLUTH 1 POKYCU IPOTEVHCKUX IPeIINIIN-
Tara ¢ HePOKAMIMHO30M.

Y moprHMM IIpocTopuMa jeTpe youeH je mosehan 6poj
OuInjapHUX KaHa/IA KOji Cy Ce TPAHA/IN 1 Y€CTO MIMAJIN
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Cnuka 4. AtenektaTnyHa nnyha c peTKnum oTBOPeHVM anBeonapHnm
npocToprma 06JI0KEHUM XrjanHM MembpaHama. PecnpaTopHu
ONCTpec-cMHAPOM HoBopoheHueTa (H&E, X100).

Figure 4. Atelectatic lungs with rare open alveolar spaces covered
with hyaline membrane. Respiratory distress syndrome of the new-
born (H&E, x100).

g Sy e iy

e . ..I::- e b

[T LA, ' - "\.
| *‘%‘ ;

A B A I
AR Eot S S ot e
Cnuka 5. MpoLuvpeHn MOPTHY NPOCTOPY C YMHOXEHUM HENPABUIHUM
1 pa3rpaHaTM XXy4HUM KaHanuhrma (H&E, x20)
Figure 5. Enlarged portal spaces with multiple irregular branching
bile ducts (H&E, x20)

»IIOJIUIIONIHE” HACTaBKe KOju IIPOMMHMPA]y Y AMIaTHU-
panu mymeH. Enurten koju nmokpusa ose OuimjapHe Ka-
HajIe 6110 je IpeCTaB/beH jefHIM PeoM HUCKIX KOTyM-
HaHUX Wit Kybouganuux hennja. Hopmanuu nnTepio-
Oymaphu fykrycu npahenn aprepujama ce HICY BUIEIIIL
OBakaB Hajas je OATOBapao IpoMeHaMa jeTpe KOjj Iepu-
HatanHor obnmuka APITBB (Cinka 4).

Xucromarosomka civka mwryha je 6via Bp/o TunmdHa:
BehiHa asBeosna je 6uta Wi HepasBljeHa WM aTe/leKTa-
TNYHA, Tj. HEOTBOpPEHA Ca IeCKBAMOBaHNM ITHEYMOLMTIIMA.
PeTKy OTBOpEHN a/IBEOIAPHIL IIPOCTOPY 61/In Cy 06/10XKe-
HI e03MHOMIIHNM XujanmnanM Membpanama (Crnka 5).
OBaxaB Haja3 Ha IIyhuMa oroBapao je pecIpaTopHOM
IYCTpec-CHHAIPOMY HOBOpoDeHueTa 1 y3 nHCyuumjeH-
1ujy 6yOpera IpefcTaB/bao je HeIOCPeSHN Y3POK CMPTIL.

AUNCKYCUIA

PesynraTi ay TOnCHje IpUKa3aHOT 60IeCHNKA, KIVHITIKA
C/IVIKA U YITPAa3sBYYHM HajIa3 TOBOPE Y IPW/IOT AVjarHO3M
APIIBB [1, 2, 3]. OBo 060/beme Ce Bp/IO 4eCTO A1UjarHo-
CTHUKYyje y PaHOM XMBOTHOM /100y, a y oko 50% ciyuaje-
Ba [I1jarHo3a ce MoCTaB/ba y IpeHaTaHOM nepuopy. Ho-

Bopobhenuay ¢ APITBB nmajy nspasuro ysehan abgomen
360r HepoMerayje, ITO je yCTAHOB/bEHO I KOJ, [IPUKa-
3aHOT 0OJIeCHMKA. JeflaH beroB 6ybper je 1MMao Kudm-
9acT 00/INK, MAKO Y HOCAAIIBYM Ay TOIICH]CKUM CTYAN-
jaMa HICYy omMcaHe aHOManuje obnuka 6yopera [2]. 3ua-
4ajua 3axBaheHocT 6y6pera MOP(OIONIIKIM IPOMeHaMa
yC/IOB/baBa HACTAHAK OJIMTOXMAPAMHMOHA in utero. Kao
nocneauIia oBor nopemehaja, 1omasu 1o cekyHzapHe Xin-
nomtasuje mwiyha, Koja je feMMIYHO 3abe/exkeHa 1 KOf
IIPUKA3aHOT HOBOPODeHYeTa, KO Kojer Cy ce pasBIIN I
XUIIOBEHTIWIALV]A ¥ PECIMPATOPHU FUCTPEC-CUHAPOM
[2, 3]. Cmpt HOBOpObenuera ce jaBpa y 50% crydajeBa
n BehmHa oBakBe HOBOpOheHUanN He MIPEXMBI TEPUOL
Ly>XU Off Hefie/by JaHa, a BUCOKO] CTOIIM CMPTHOCTH J0-
IIPUHOCH, IIP€ CBera, MHCYQUIIMjeHIIja FUCAjHIX OpraHa
[1]. Ona je moBea U ;O CMPTY NIPUKA3aHOT JleTeTa OKO
12 gacoBa 110 pobemy. [Ipyre KInHIIKe MaHU(pecTanm-
je ce MOTy OJHOCKTH Ha ITOC/IEINIIe OIMTOXUPAMHIOHA,
Kao wmTo cy Iloreposo (Potter) muue (mphact Hoc, npu-
/by6/beHE I HICKO II0CTAB/bEHE YIINU U FyOOKM OYHY Ha-
6opu), Koje je meMMMIIHO OUIIO 3aCTYIUBEHO U KOJ, IIPU-
KasaHor HoBopobendera, u fepopmarje cromnana (y 06-
JMKy cTpena) [2, 3].

[TpumapHa papuorpadcka Metopia 3a mpoueny APIIBG,
OCEOHO Y IIePUHATATTHOM IIEPUOLY, jeCTe yITPa3BYIHN
nperner [1,2, 8, 10]. Ha ynrpassyky ce y TOM Iepuomy
MO>Ke IIOCYMIbaTi Ha OBY 060JIecT Kajja ce yode ysehann
6ybpesnu deryca, Mama BeIMYNHA IJIOfjA, ONIUTOXUAPAM-
HIIOH, ITpasHa bemnka ¢eryca, xumnomnnasuja wiyha n ge-
¢dopmurern mua. Kox npespemeno pobenor gerera c te-
mkuM o6mnkom APTIBB moseharse exoreHocTy Moske 6u-
TV Y 30HU IIMPaMnJia, oroHamajyhu Menymapuy nedpo-
Ka/IMHO3Y. YITPa3By4YHN HaJa3 jeTpe y MepuHaTaTHOM
06711Ky 6omectn je 061IHO HOpMaIaH 360T Marbe y3Ha-
[IpeOBA/INX IIPOMEHA, Majja Cy OIUCAHN ¥ C/Iy4ajeBM O~
BehaHe eXOTeHOCTH jeTpe WIN IPOIINPEHOCT Ounjap-
HMX #yKTyca [2]. JujarHosa undantmiHor tina APTIBB
ce 00IIHO IIOCTAB/BA Y APYTOj OIOBUHY TPyAHONE, OZHO-
CHO Y IPYyIOM TPUMECTPY. YITPa3By4YHM Hajla3 HUje CIIe-
nuduaan sa APIIBB [1,2, 8], anmu moxxe ga mobynu cyMmy
Ha 0BO obosperse. Kop mpukasaHor 60/1ecHrKa eBeHTyasI-
Ha cymma Ha APIIBD je nsocTtasna, mako ce, mpema TeXXuHM
K/IMHIYKE CIMKE, TATOAHATOMCKOT U ITATOXMCTOIOUIKOT
Ha/Iasa, [1jarHo3a NIaK MOI/IA IOCTABUTY 3HATHO PaHN-
je, mameby 18. u 20. Heperpe rectanuje. Mebytum, oze je
TeK 110 poberby fieTeTa HA OCHOBY YATPa3BYYHOI Ha/lasa
TpOyXa 1 KIMHUYKE CIMKe IOCTaB/beHa CYMEba Ha aHOMA-
nmjy 6y6pera, 360r dera je HoBopoberde ynyheno Ha 06-
mykuujy. VI3 ucror pasnora cy y YK ysemn xps 6ebe 3a
LIV/BHO T€HETCKO VCIUTUBAbe C 003MPOM Ha TO Ja je 06-
OYKIVjCKM Haza3 nmokasao tummyaHy canky APIIBDB. Ka-
fia ce yTBPAY PUSUK Off Pa3Boja MOMMIUCTNIHUX Oy6pera
dberyca y HapegHuM TpynHOohama (Koju mocToju Kog Maj-
Ke IIPIKA3aHOT A€TETa), HEOIIXOJHO je 06aBUTHU TEeHETCKO
UCIIUTHBabe MaTepyjaia 13 XOpMOHCKuUX gynmua (og 10.
o 13. Heperbe TpynHOhe), Kako 61 ce Ipefy3ere OfroBa-
pajyhe mepe. Kaga ce y npyrom tpumectpy TpyaHohe Ha
Y/ITPasByKy youe CMarbeHa KOJIMIIHA [IOK0BE BOJIE U yBe-
hanu 6y6pesi, a casHama o prusuky 3a APITBB nema, Tpe-
6as10 611 ypaguTH aMHIOLIEHTE3Y ¥ QHAIN3Y T€HETCKOT Ma-



tepujana fobujeHor Tum myrem (ox 15. go 18. recraryo-
He Hepesbe) [2, 3,4, 11].

Maxo ce maHac MHOTO MCTPa)Kyjy MATO/IOLIKE 1 FeHe-
Tiuke ocobune APIIBB u pasBujajy pasHu XUBOTUHCKI
MOJIe/N, HaXKaJIOCT, jOIII HeMa IIpaBe U IeTOTBOPHE Tepa-
nuje oBora o6ospema. OBa IpoydaBama Cy yCMepeHa Ha
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SUMMARY

Introduction Autosomal recessive polycystic kidney disease
is the most common heritable cystic renal disease occurring
in infancy and childhood. The clinical spectrum of signs and
symptoms of this disease is widely variable ranging from peri-
natal death to a milder progressive form, which cannot be diag-
nosed until adolescence.

Case Outline Afemale neonate born in the 35th/36th week of
gestation. The findings of all standard medical examinations of
the neonate done by the mother were within normal limits. A
few days before delivery physicians at a regional medical centre
revealed enlarged kidneys and oligohydramnios. The delivery
was performed by caesarean section. The vital functions of
the newborn were in critical condition so that she was referred
to the University Children’s Hospital in Belgrade. Soon after

admission, despite all undertaken measures, the infant died.
Autopsy was done at the Institute of Pathology of the Belgrade
Clinical Centre. All findings were typical for autosomal recessive
polycystic kidney disease. The kidneys were hugely enlarged,
with cystically dilated collecting ducts that almost completely
replaced the renal parenchyma. The lungs were mildly hypo-
plastic. The liver showed dilated portal spaces, with multiple
irregularly branching bile ducts. The cause of death was respi-
ratory distress and renal failure.

Conclusion In all cases of congenital anomalies of the kidney
with lethal ending itis necessary to perform autopsy and aimed
genetic investigation.

Keywords: autosomal recessive polycystic kidney disease;
PKHD?1; prenatal genetic examination; ciliopathy
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