TEPMUHOIOINNA

Autosomal Recessive Polycystic Kidney Disease
Aytocomuo PeneccuBnbiii ITonmukucros Iouyex
(ARPKD) panee na3piBascs infantile

polycystic kidney disease (uHGpaHTHIBHBIH
noaukucros3) (IPCKD)

(IPCKD) Otkazanuch: CocTosinne mposiBIsIeTCs
no3jaHee, 4eM B HH(GAHTHILHOM BO3pacTe;
TePMHUH 3aTylIeBbIBAT  OCOOEHHOCTH
HacJIe10BaHUS

ARKPD: Tepmun, BBOAsAIIMIA B 320.1y:KA€HUE,
MOCKOJIbKY 00bIMHO HMEEeTCsI BOBJICYEHH S
NeYeHH ; HNpeANoYTHTeNbHee — AyTOCOMHO
pelieCCHBHBII NOIUKHUCTO3 0YeK 1 IeYeHH

VW at 7 years: frontal and lateral

KnuHnyeckun npumep

VW nepBeHel, AOHOLWEHHbIM MNageHew poauTenen 6es
reHeTUYeCKUX 3aborneBaHWin; OHU He GbINM eAUHOKPOBHLIMU

1 geHb: NanbnupyemMbie 06pa3oBaHMA B NOSCHUYHOW
o6nacTv U pecnMpaTopHbIN AUCTPECC

4 OHA: KNaccuveckasn 3KCKpeTopHasi yporpamma

4 roaa : HocoBoe KpoBoTeYeHue ? aTuonorum 6e3 AL

7 ropa: ¥ aputpounToB, NopTansHas runepreHaus &
runepcnseHnsm;

KpeaTtuHuH kpoBu 1.8 mg ( Hopma - 0.5); noctaBneH WyHT +
xupypyrudeckas Bx (6uoncuna?)

10-11 neT: NMXopagKn HESICHOW 3TUOJIOTUN

11 neT: anu3oabl NMxopaaku & avapes; NnoTepss CO3HaHUA—>
KOMa; KpeaTUHUH 7; SGOT 277 — 1040;

ammumak 690 (Hopma < 40); ymep B kome

PA and lateral of ARPKD at 4 days of age




Background

Blythe and Ockenden - 1971

4 ANCKPEeTHbIX FPyNnnbl: NpeanonoXxunu -4
reHa

Lieberman et al - 1971 : npoBena
KOPPEensuMOHHbIA aHanu3 KNUHU4YeCcKux,
pagnonorn4yeckux U NaToNorM4ecknx HaxoaokK

Sibships onucan ¢ pasnuyHbIM Kypcom oT
MHAEKCHOro criy4as ; TOT Xe reHoTun &
pasnuyHble heHOTUNBI

1994-1996 - reH gna ARPKD
noeHTncuunnoBaH

KnuHunyeckune cny4yan:0O630P
Bo3pacT nocTaHOBKH MarHo3a: B 0o/1bmMHCTBE < 1 Mecsna
Caenyrwomuii : 1 mecsin u 1 rox
OcranbHblie: > 1 roaa Bo3pacra

HayanbHble 0CO0€HHOCTH: OHIIATEPATBLHO 0OJIbIIHE MOYKH;
pecnupaTopHbIii AUCTpece

®ynknus novek: XITH 10-30%
— TepMuHaabHas cragus XITH
I'unepTen3usi: 60ILIMNHCTBO, HA JIEYEHNH

AHaIM3 MOYH: HHEKIHS MOYEBOI0 TPAKTA - 4aCTO;
NPOTEeHHYPHUS

Pocr :3ameniien
eyenn: nopranbHas runeprensus - 30-61%

BorkuBaemocts: 1 roa - 75%




ARPKD: npeobnagatolyme KnnHn4eckue
Haxo4Ku B pa3HOM Bo3pacTte
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Neonate 1-12mo 1-10yr >10yr

Oxupaemble no3gHue
OCJ10XXHEeHUA

Berry aneurysms
JleroyHas runepTteH3us
Me4yeHb
XonaHrut
JKcTpaneyeHOYHasi nopTanbHas rMnepTeH3us

lMpopeccupyrowan nevyeHoYHas
HeAOCTaTOYHOCTb 2° nopTanbHbIN hMbpo3

ARPKD: HeoObIUYHbIe

HabnwaeHusa

XonaHrut — Bo3BpaTHas nuxopapaka 6e3
XKENTYXMN UK XKeNYHbIX KaMHen

HedekTbl COEANHUTENBLHOW TKaHN y CTapLUNX
aerten

CnabocTb KOXMU; PbIXIOCTb KALLIEYHMKA Ha
onepauuu

HedekTbl MMoKapAananbHOW
coeAVNHNUTENbLHOW TKaHU

AHeBpU3MbI: FpyAHas v GploliHas aopta

Moy Imaging studies

OKckpeTopHas yporpadus

HoBopoXAeHHble: rMraHTCKue NoYku ¢
YyepeayWUMUCS
PaANOKOHTPaCcTHbIMM/paaMonpo3payHbIMM NONOCKaMu,
3amepneHHas Hedporpamma,

HeTt Busyanumsauum Yale4yHo-1I0XaHOYHOW CUCTEMbI U
Mo4eBOro nysbips

Older infants u neTn: oTHocUTenbHOe CHUXEeHWe
pa3mepoB NMoYek, pa3nnyHble 3 dPeKTbl
Hedporpammsbl, Bu3yanusauusa 4JiC

CoHorpadcusa: ruraHTckue noyku 6e3 onpeaensieMbix
KucT

Me4yeHb XKT: azodpareanbHble 1 xenyaoUHble
varices

MeyeHou4Hble kucTbl no Y3WU; xonaHrmorpamma —
yBernn4YeHHbIe MPOTOKN




CyMMVIpOBaHVIe n 3aKrnr4veHuns

"eHeTu4eckoe TecTupoBaHue no PKHD1 reHy-
orpaHuYeHHas AOoCTYMNHOCTb B
nccnegoBaTenbCkmx nabopaTopusix — CAMLLKOM
[0pOro Ans KNMHUYECKOro NpUMeHeHNs

HeoHaTanbHasa hopma: Tsxenble myTauum,
acCcoLMUPOBaHHbIE C fieTanbHbIM UCXOO0M

Mopdonorua novek n neyeHn nogsepraeTca
3HaYMTEnNbHbIM U3MEHEHUSIM CO BPEMEHEM -
Krnaccuyeckne nsMeHeHusi TpaHcopMUpYTCS

Y BbPKMBLUNX MEOSIEHHO, HO HEYMONNMO
pas3BMBaeTCsa NoYe4Has He4OCTaTOYHOCTb —
TepmuHansHasa XIMH

Neonatal excretory urogram
at 18 hours

VW - Excretory urogram
at 7 years of age

CyMMupoBaHue u 3aKnyYeHus
(2)
PesynbTaTbl TpaHCNIaHTaLMM NOYKU NMPOOOIHKAOT
ynyyLwaTbcs

MopaxeHue NeYeHn 1 OCNOXHEHNS! NOSBNAOTCSA C
BO3PpacToM ( NeYyeHoYHast HeJOCTaTOYHOCTbL OnMcaHa
B 6 NleTHeM Bo3pacTe)

Byayuwiee: ? OgHOBpeMeHHasi TpaHcnnaHTauus
NneYeHn 1 NoYKn

Y3WU nouek npu ARPKD




Y3W neyeHu, nokasbiBawLlee
pacLUMPEHHbIE XXENYHbIE MPOTOKM

Y3U MynbTUKUCTO3HbIX NMOYEK

Y31 AYTOCOMHO AOMUHAHTHbBIX
MOYEK Y PEBEHKA




TpchnnaHTauvm noYyek

NAPRTCS paHHble U3 73
ueHTpoB: 1987 - 2001

Martepuan:

203 ARPKD nauueHTa nonyuunu 225
TpaHCNNaHTaToB

7,044 He ARKPD nonyuuwnu 7,725
TpaHcnnaHTaToB

Davis et al: Ped Transplant. 2003

DG - 23 year old post transplant
5 months pregnant

FeHeTuKa
FeH = PKHD1, pacnono)eHHbIl Ha KOPOTKOM nrieye
XpOMOCOMbI 6

ARPKD sBnsieTcs reHeTM4eCKM roMoreHHbIM 3aboneBaHuem
lF'eH npoagyuupyeT 6enok “pubpouncTuH,” cogepxawymmn
4,074 amnHokucnort

“PUOGPOLUCTMH MOXET MMeTb 3HaYeHUe Kak peuenTop B
cobupaTenbHbIX TPy6oU4kax u B 6unvapHom
AanddepeHumaummn

( Rosetti, KI, 2003)

MyTauum - oo 60% onucaHo; netanksHasi HeoHaTanbHas
¢opma ARPKD accouuupyetcs ¢ aeneumsimm, ycevyeHmem
[OHK, B To BpeMs kak MArkue choopmbl MMeoT MeHee
3HauYuTenbHble U3MEHEeHUs

% TpaHcnnaHTauuA NOYKMU:

BbDXUBAeMOCTb peuunmeHToB
—
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TpchnnaHTauvm NMOYKHM:
BbDXKMBAEMOCTb TPpaHCNJIaHTaTa

LRD-PKD
CAD- control————
CAD-PKD




Mpobnembl, accounnpoBaHHbIe C

TpchnnaHTauueﬁ NMOYKHU

TexHuyeckue: HeapekBaTHoe NpoCcTpaHCTBO AnsA
TpaHCcnNnaHTaTa

PbIXNOCTb TKaHe! y cTapluMX NaLuueHTOB
MeyeHb: AKkcTpaneyeHoYHas NopTanbHas rMNepPTeH3nA
F'mnepcnneHusm { neikoumnToB M Tpom6ouuToB
XonaHrut

Mporpeccupyrowwmin ne4eHouHbIN hubpos —
neYyeHOYHas HeAO0CTaTOYHOCTL

? Ponb TpaHcnnaHTauuu ne4YyeHu n/mnu
OAJHOBPEMEHHO NeYeHU U NOoUKU

MaTonorn4yeckune COCTOSAAHUA, CBA3aHHbIe
C nopaxxeHuem rnevyeHu

* XonaHruT ¢ unu 6e3 cencuca

* MopTanbHasa runepteH3usi ¢ XXKKT
KpOBOTEYEHMEM

* FlMnepcnneHnsm

* MporpeccuBHbIN Ne4YEeHOUHbIN (hnbpPo3 C
HeAO0CTaTOYHOCTbLIO NeYeHn

+ Xupypruyeckoe BMeLlaTenbLCTBO

CyMMVIpOBaHVIe n 3aKnrw4veHuns
(2)

PesynbTaTbl TpaHCNIaHTaLumm NoYky NpogosiKatoT
ynyJwartbes

I'Iopa>KeHV|e neYvyeHn N OCNoXHeHnd NoABIAKTCA C
BO3pacTom ( nevyeHo4YHad He4OCTaTOYHOCTb OonncaHa
B 6 neTHem BO3pacTe

Byayuiee: ? OgHOBpeMeHHas TpaHcnnaHTauns
NneYeHn 1 NoYKn

TpaHcnnaHTauua noyku npu ARPKD

14 cny4aeB cmepTu cpegun 203 nauneHToB
Mon Bospact Ha Bospact MpuumHa DyHKLU.

M 2K onep. net npu cmeptu (NeT) cMeptTu*  TpaHcnn-tTat

4 10 1-18.8 1.2-20.2 Cencuc 10 10
PTLD** 3
KpoBoTeu 1
Hecu.cn 1
TexHny 1
**coyetaHme ** PTLD= MocTTpaHcnn. numdonponud.3ab-e
Davis et al: 2003

CyMMunpoBaHue 1 3aKn4eHns

["eHeTuyeckoe TectnpoBaHue no PKHD1 reny-
orpaHuYeHHas 4OCTYMNHOCTb B
uccnegoBaTenbCckux naboparopusx — CANLLKOM
[0pOoro Ans KINNHUYECKOro NPUMEHEHUS

HeoHaTtanbHas dopma: Tsxkenbie MyTaumm,
accounmMpoBaHHbIe C neTanbHbIM NCXOA0M

Mopdosiorus noYek 1 neyveHu nogeepraeTcs
3HAYUTENbHBIM U3MEHEHWAM CO BPEMEHEM -
Knaccuyeckme U3MeHeHUst TpaHchHOpMUPYOTCS

Y BbIKUBLLNX MeaneHHo, HO HeyMOoJIMMO
pa3BuBaeTCH NoYeYHasi HeAOCTaTOYHOCTb —>
TepmuHansHaa XIMH




