TEPMUHOIOINNA

Autosomal Recessive Polycystic Kidney Disease
AytocomHo PeneccuBnbliii [loammkncros Iouex
(ARPKD) panee na3piBascs infantile

polycystic kidney disease (uHGpaHTHIBHBIH
noaukucros3) (IPCKD)

(IPCKD) Otkazanuch: CocTosinne mposiBIsIeTCs
no3jaHee, 4eM B HH(GAHTHILHOM BO3pacTe;
TepMHH 3aTylIeBbIBAJ  0COOEHHOCTH
HACJIe[I0OBAHUS

ARKPD: TepmuHn, BBOAsiIIMii B 320/1y:K1€eHHe,

MOCKOJIbKY 00BbIYMHO MMEETCsI BOBJIEYEHHS

NeYeHn ; TPeANoYTHTEIbHEee — AYyTOCOMHO

pelecCUBHBIN MOJTHKNCTO3 OYEK 1 IeYeHH

VW at 7 years: frontal and lateral

Dr.Cohen npeacraBut
naTororuno

KnuHnyeckun npumep

VW nepBeHel, AOHOLWEHHbIM MNageHew poauTenen 6es
reHeTM4YeCkux 3aboneBaHUI; OHU He ObINN e AUMHOKPOBHbLIMU

1 AeHb: NanbLNupyemble 06pa3oBaHusi B MOSICHUYHOM
0611acTV U pecnupaTopHbIN AUCTPecC

4 OHA: KNaccu4yeckasi 3KCKpeTopHasi yporpamma
4 roaa : HocoBoe KpoBoTeYeHue ? aTuonorum 6e3 AL

7 roga: 1 aputpouuToB, NOpTanLHas runepTeHaus &
rMnepcnneHnsm;

KpeaTtuHuH kpoBu 1.8 mg ( Hopma - 0.5); nocTaBneH WyHT +
xupypyruyeckas Bx (6uoncus?)

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 FPyNnbl: Npeanonoxunu -4
reHa

Lieberman et al - 1971 : npoBena
KOPPEensUUMOHHbIW aHanu3 KNUHUYeCKUX,
PaAMorNIorMYyecKUX U NaTosiorM4yecknx HaxoAoK

Sibships onucan ¢ pasnnyHbIM Kypcom oT
VMHAEKCHOro crny4as ; TOT Xe reHoTun &
pasnuyHble PeHOTUNbI

1994-1996 - reH ana ARPKD
noeHTnuunboBaH




Knunnyeckune cny4yan:0O630P

Bozpacr NOCTAHOBKH JIMarHo3a: B GOJlblllHHC'I'Be <1 Mecsa
Caenyromuii : 1 mecsint 1 1 rox
OcranbHble: > 1 roaa Bo3pacra

HauajbHble 0CO0EHHOCTH: OMIATEPAILHO GOJIbIIME OYKH;
pecnupaTopHbIi AUCTpece

®ynknus nouex: XITH 10-30%
— TepMHHAJbHAsA cTagusa XITH
I'nnepTensusi: 60JbIINHCTBO, HA JTeYeHHH

AHaau3 MO4M: HH(EKIMs MOYEBOIr0 TPAKTA - 4aCTO0;
NPOTEHHYPHs

Ileyennb: nopranbHas runeprensus - 30-61%

BorkuBaemocts: 1 roja - 75%

ARPKD: HeoObIYHbIe

HabnroaeHus

XonaHruT — Bo3BpaTHas nuxopapka 6e3
KENTYXU UMK XKeNYHbIX KaMHewn

OedeKkTbl coeANHUTENBLHOW TKaHWU Y CTapLInx
nerten

CnabocTb KOXM; PbIXJIOCTb KMLUEeYHUKA Ha
onepauunun

HedekTbl MMOKapananbLHoMn
coeaVHUTENbHOW TKaHu

AHeBpU3MbI: rpyaHas u 6ploLuHas aopTa

ARPKD: npeo6naaatoiwyme KnmHu4eckue
HaxoOKu B pa3HOM Bo3pacTe
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Oxupgaemble no3gHue
OCJ10XXHEeHUs

Berry aneurysms
JleroyHas runepTteH3us
Me4yeHb
XonaHrut
JKcTpaneyeHOUYHasi nopTanbHas rMNepTeH3us

lMpopeccupyrowasn nevyeHoYHas
HeAO0CTaTOMHOCTb 2° nopTanbHbLIV (hubpo3




Moukw Imaging studies

OKckpeTopHas yporpadus

HoBOpOXAeHHbIE: rMraHTCKue NoYKu ¢
YepeayoLWMMHUCS
PaAuOKOHTPaCTHLIMM/PaaMonpo3payvyHbIMU Nonockamu,
3aMepneHHas Hedporpamma,

Het Busyanusauumu Yalle4yHOo-NOXaHO4YHOWU CUCTEMbBI U
MoO4YeBOro ny3bips

Older infants n geTn: oTHoCcUTENbHOE CHUXEHUe
pa3MepoB NoYeK, pa3nunyHble 3 eKTbl
Hedporpammbl, Bu3yanusauus YJIC

Couorpadwlﬂ: rMraHTcKue noyku 6e3 onpepgensdeMbiX
KUCT

Me4yeHb XKT: asochareanbHble 1 xKenyaoUHbIe
varices

MeyeHou4HbIe kucTbl no Y3U; xonaHrmorpamma —
yBenu4eHHble NPOTOKMU

CyMMVIpOBaHVIe n 3aKrnrw4yeHus
(2)

Pe3ynbTaTbl TpaHCNMAHTaLMK NMOYKM NPOAOITIKAOT
ynyyLaTtbcs

I'Iopa>KeH|/|e ne4vyeHn N oCNnoXHeHnd NoABMAKTCA C

BO3pacTom ( neyeHo4YyHasa Hea4oCTaTOYHOCTb onncaHa

B 6 neTHem Bo3pacTe)

Byayuiee: ? OgHOBpEMEHHas TpaHCchmaHTauus
NMeyYeHn 1 NoYKM

CyMMMpOBaHMe n 3aKnrw4veHus

["eHeTuyeckoe TecTupoBaHue no PKHD1 reHy-
orpaHu4eHHas 4OoCTYMNHOCTb B
nccnepoBaTenbCKUX nabopaTtopusx — CAULLKOM
[0pOro Ans KIUHUYECKOro NpUMEHEHNs

HeoHaTanbHasa popma: Taxenble myTauum,
accoLMMpoBaHHbIe C NeTanbHbIM UCXOAOM

Mopdonorua no4ek 1 nevyeHn nogsepraeTcs
3HauMTEnNbHbIM N3MEHEHUSIM CO BPEMEHEM -
Krnaccuyeckne n3mMeHeHusi TpaHcopMUpyTCS

Y BbDKMBLUNX MEOJSIEHHO, HO HEYMONMUMO
pa3BMBaeTCs NoYeyHasi HeAoCTaTO4YHOCTb —>
TepmuHanbHasa XIMH

Neonatal excretory urogram
at 18 hours

VW - Excretory urogram
at 7 years of age




Y3W nouek npu ARPKD

Y3W neyeHun, nokasbiBatoLLee
pacLUMPEHHbIE XXeN4YHble NMPOTOKN

Y3 MynbTUKUCTO3HbIX NOYEK




Y31 AYTOCOMHO AOMUHAHTHbIX
MOYEK Y PEBEHKA

MeHeTHuKa
FeH = PKHD1, pacnono)eHHbIlU Ha KOPOTKOM nrieye
XPOMOCOMbI 6

ARPKD siBnsieTcsi reHeTM4eCKM roMOreHHbIM 3aboneBaHuemM

F'eH npoayuupyeT 6enok “cdumbpouncTvH,” coaepxalumn
4,074 aMUHOKUCIOT

“®UOPOLIMCTUH MOXKET MMETb 3Ha4YeHMUe KaK peLenTop B
cobupaTenbHbIX Tpy6oUukax u B 6unmapHon
anddepeHumaummn

( Rosetti, KI, 2003)
MyTauuum - go 60% onucaHo; netanbHaa HeoHaTanbHas
¢opma ARPKD accouuupyetcs ¢ aeneumsamMmm, yce4yeHmem

OHK, B To BpeMsi kak mArkue oopMbl UMeIOT MeHee
3HaYUTernbHble U3MEHEeHUs

% TpaHcnnaHTauus NoYKM:

BbDKMBAeMOCTb peuunmeHToB
—
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TpchnnaHTau,vm no4yek

NAPRTCS paHHble n3s 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




% TpaHcnnaHTauus NOYKM:
BbDKMBAeMOCTb TPpaHCNaHTaTa
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TpaHcnnaHTauusa novyku npu ARPKD

14 cnyyaeB cmepTu cpean 203 naumeHToB
Mon Bospact Ha Bospact MpuyumnHa DyHKL,.

M 2K onep. net npuvcmepTu (NeT) cmepTu*  TpaHcnn-tat

4 10 1-18.8 1.2-20.2 Cencuc 10 10
PTLD** 3
KpoBoTey 1
Hecu.cn 1
Texuny 1
**coyetaHne ** PTLD= lMocttpaHcnn. numdonponud.3ab-e
Davis et al: 2003

CYMMVIpOBaHVIe N 3aKrnr4YeHus

"'eHeTn4eckoe TecTupoBaHue no PKHD1 reHy-
orpaHuyYeHHas AOCTYMNHOCTb B
uccnegoBaTenbCckux nabopaTopusix — CAULLKOM
[0pPOro Ans KIMHUYECKOro NpUMEeHeHNst

HeoHaTanbHas hopma: Tshkenble MyTauum,
accoLMMpoBaHHbIe C NeTanbHbIM UCXO40M

Mopdonorns novek n nedeHn nogeepraeTcs
3HaYMTENbHBbIM U3MEHEHUSIM CO BPEMEHEM -
Kriaccuyeckune UsMeHeHus1 TpaHcopMUpPYHTCS

Y BbIDKMBLUUX MeOJIEHHO, HO HEYMOMNNMO
pa3BMBaeTCH NoyevHas He4oCTaTOYHOCTb —>
TepmuHanbHasa XIMH

NMpo6nemsbl, accounmpoBaHHbIe C

TpchnnaHTaumeﬁ NMOYKHU

TexHuyeckue: HeapekBaTHOe NMPOCTpPaHCTBO OANnA
TpaHcnnaHTaTa

PbIXNocTb TKaHEW y CTapLuMX NaLMeHToB
MeyeHb: dkcTpaneyeHOUHas NopTarnbHasi rMNEPTEH3UA
F'mnepcnneHusm | neikounToB n TpomM6ouuToB
XonaHrur

Mporpeccupyrolmin neYeHouHbI hubpo3 —
neyeHOYHas HeAOCTAaTOYHOCTb

? Ponb TpaHcnnaHTauum nevyeHu n/mwnum
OAHOBPEMEHHO NeYeHU U NOYKKU

MaTonorn4yeckune COCTOAHUA, CBA3aAHHbLIe
C nopaxeHunem nevyeHu

* XonaHruT ¢ unu 6e3 cencuca

* MopTanbHaa runepteH3us ¢ XKT
KpoBOTEeYEHUEM

* l'MnepcnneHnsm

* MporpeccnBHbIN NeYEeHOUHbIN (hnbpo3 C
HeAO0CTaTOYHOCTbLIO NeYeHn

+ Xupypruyeckoe BMelLaTenLCTBO

CyMMVIpOBaHVIe n 3aKnrw4veHus
(2)

PesynbTaTbl TpaHCNIaHTaLMM MOYKY NPOAOIKAT
ynyJwaTbes

I'Iopa>KeH|/|e nevyeHn n OCrNoXHeHUA NoABINAKTCA C
BO3pacTom ( nevyeHo4yHada He4OCTaTOYHOCTb OnncaHa
B 6 neTHem BO3pacTte

Byayuwiee: ? OgHOBpeMeHHas TpaHcnnaHTauns
NneYeHn 1 NoYKm




