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NMATOMOP®OJ10INY4HI 3MIHA HUPOK NMPU ®IBPUNTAPHOMY

FMTOMEPYJIOHEDPUTI

AKTyaanICTb LOndepeHuiauis BMNnagKiB KOHroginbHOro
dibpunsapHuii rnomepynioHedput (PrH) — pigkicHa (~1% 01 orHsig aminoinosy Ta, 3aranom, ®rH Big
6ionciit HaTUBHOT HUPKK) NponidhepaTnBHa hopma iHLUMX FTOMEPYNSIPHMX 3aXBOPIOBaHD i3
rIOMepYyNAPHUX NATONONIN, WO XapaKTepU3yeTbCHA XaOTUYHO noAibHMMKN 03HaKamu;
OpPiEHTOBAHMM NPAMUMMU, HEPO3rany>xeHnmu dibpunamu, Wo BUSIBNEHHS BUNAAKIB
He rinkytoTbea. [Ina HUX XapakTepHa BigCyTHICTb MOPOXHbOIO 02 cy6MmikpockoniyHoro MH Ha paHHix
LeHTpy, AianasoH giameTpy Big 10 o 30 HM (B cepeaHbOMY cTaginx;

20 HM) Ta Me3aHriasibHe po3TallyBaHHS. MigTBepmKeHHs giarHosy ®rH y
[porHos AnA XBOPUX NOraHWi: cepeaHin Yac Jo TepMiHanbHOl | Q3 HEBU3HAUYEHNX aB0 BBOAAUMX B OMaHy
cTaail HUPKOBOI HEAOCTATHOCTI CTaHOBUTL 24,1 + 15,5 Micaus, BUMNaJKax;

y 36% nauieHTiB BigbyBaBCs peueamB Nicns HUPKOBOI

TpaHcnnaHTauil B Mexax 51 Micaud. [diarHoCcTMKa noYaTKoBUX 04 BugaineHHs komnoHenTa ®IrH npu
$a3 ®I'H He € JOCKOHANO, L0 3PELUTOID 3aTPUMYE KOMG6iHOBaHOMY 3aXBOPHOBAHHI.
BCTAHOBJIEHHS fiarHosy.

Hupkosa natonoris npu ®I'H e 6aratorpaHHOLO i iIHOAI MOXe IMiTyBaTH iHLY

rnoMepynsapHy naTosorito.
MesaHrionponi¢epatmeHuii F'H (MeslH)

MesaHrionponidpepatueHui H

Mesl'H € ogHUM i3 HanMoLMpPeHiLMX NaTepHIB YLWKOAXEHHA Ta
Mem6paHonpornithepaTuBHUIA acoLUitOETbCA 3 HaNBINbLL CAPUATANBUM MPOrHO3OM.

H MNpu HbOMY cnocTepiraeTbCcA MesaHrianbHa nponidepadisa Ta
PO3LUUPEHHS, MPU BiACYTHOCTI 3ay4YeHHs NPOCBITY

EnpoKaninapHui nponidepaTuBHUit K/Ty6OUYKOBMX Kaninspie Ta 3a paxyHOK NOABOEHHS 6a3anbHOT
H MeM6paHu kny6ouka (BMK).

HeKpOTMaytouni TH NoMipHe po3LLMPEHHS Me3aHriany 6e3 NomiTHOT nponidepadii.
B- 3abapBfieHHA MeTaHaMiHOBUM CPi6aIoM [)KOHCa NoKasye,
LLIO Me3aHrianbHi BigknageHHs HeraTMBHI Ha cpi6no.
Mem6paHo3Hui MH C-YnbTpacTpyKTypHa OLjiHKa AEMOHCTPYE BESIUKY KiNbKiCTb
hibpwnn, SIKi NPOHU3YHOTb | po3LWwmnptotoTb GBM, a TakoX BUAHO
B Me3aHria/ibHOMy MaTpUKCi

AndysHo-ckneposnsHuii N (opuriHanbHe 36inblueHHs x 12 000).

@ CeproBuaHuin/ A- ®apbysaHHs nepioanyHoto kucnototo-LLndda aemoHcTpye
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Mpu cTpeci ER HenpaBunbHO 3ropHyTUi
DNAJB9 aKTUBY€ETbCS Ta CEKPETYETLCSA Y
CUCTEMHMI KPOBOTIK

Biaknapaetbcs y HUpKax i BogHo4Yac
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BiaknapeHHs ix y HUpKax.

Non-truncated but
misfolded DNAJB9

Fibrillogenesis in kidneys
and other organs

cekpeTytoTb DNAJB9

BiH cneuudiyHo po3ni3Hae cxunbHi o
arperaujii o6nacTi B HenpaBwibHO

Oor

3B'A3yeTbcs 3 HENPaBU/IbHO 3rOPHYTUMM
6inkamMu B Me3aHrii

yTBOpIolouM Gi6pUnspHi CTPyKTYypU.
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DNAJB9Y cknagaetbca 3 ABOX JOMEHIB, BiqOMUX SK LiiIbOBUIN IOMEH i J-AOMEH.
o LlinboBui foMeH BignoBifae 3a 3B'13yBaHHs 3i CBOIMU LiIbOBUMM Binlkamu.
» J-pomeH nonerwye 3B'a3yBaHHs |g 6inka (BiP) 3 iHo3auTon-BMMarato4mm

tepmeHTom 1 (IRE-1).

Y HopmanbHomy disionoriyHomy ctaHi DNAJB9 akTtuByeTbCs nig, Yac gndepeHLitoBaHHA
reMOMOEeTUYHUX CTOBOYPOBUX KNITUH, aKTMBALil Makpodaris, aHrioreHesy Ta

IndepeHLIitoBaHHSA NMIasMaTUYHUX KITITUH.

B ymMoBax «cTpecy eHA0onnasMaTuyHoro peTnkynymy» aktusadis DNAJB9 npussoauTb o
3anycky EP-acouiioBaHoi gerpagadii (EPAL) Ta peakuii posropHyToro 6inka (UPR) ans

MOM'AKLLIEHHS! Ail HENPaBWUIbHO 3rOPHYTMX BINKIB.

UPR, oayH i3 KNtoYoBMX LUMSAXIB 6iIKOBOrO rOMeocTasy, akTMBYETbCSA Mif Yac cTpecy EP.
Y HopManbHux HMpkax DNAJB9 npuycyTHIM B eniTenianbHUX KiTUHaX HUPKOBMX KaHasbLyiB,
nogoumTax, MesaHriasnbHuX i eHaoTenianbHUX KITiITUHAX B Ay>Ke HU3bKUX KiNbKOCTSIX.

Tabnuusa 2.

raTosioriuHi xapakTepucTVKK 6ionTaTis HAPKK 3
dibpunapHUM ['H npm NoYaTKoBIl giarHocTuLj (N = 166)

IMyHonyopecLieHTHa MiKpocKonis

MoHOTUNHWUIA

basanbHa Tpy6yacTa
Memb6paHa

3MilLeHHs pap6yBaHHS
Nerkux naHutorie
ExkcTparnomepynsipHi
iMyHHI BigKnageHHs
Kancyna boymeHa

CyauHHa: apTepianbHa
cyauHa Ta/a6o MTK

Ta6bnnus 1.
JemorpadivHi MoKasHWKY Ta CyrnyTHi 3axBoptoBaHHA (N= 166)
Crate l-Io.nosu( 58 (35%)
Xinka 108 (65%)
Bik 57+12
CynyTHi 3aXBOPIOBaHHSA:
Llykpoewii fiabeT 36 (22%)
llwemMiyHa o
xBopob6a cepus 20 (12%)
Bipyc lenatuty C 15 (9%)
Xo3n 10 (6%)
3nosiKicHi 3aXBOpIOBaHHSA:
MHoxuHHa mienoma 6 (4%)
HeremaronoriuHi 12 (7%)
AyTOiMyHHi 20 (1 2%)
3aXBOPIOBaHHSA
IHdeKuin 4(2%)

EnekTpoHHa Mikpockonis

»

(nouaTkoBe 36inbLUeHHs X

CepegHin giameTp

Mpwm 6inbLiomy 36inbLUeHHi Gi6punm (Hm)
BOBINbHO OpiEHTOBaHI . )
hi6punm MaloTb cepefiHIo DOiameTp ¢i6punmn 10 Hm
TOBLUMHY 15 HM. a6o MeHLue

60 000).

12 (7%)
5 (3%)
15 (9%)

17 (10%)
2 (1%)

14 (8%)

15 (pianasoH 9-25)

10 (6%)



Tabnuusa 2.2

[aTosIoriuHi XapakTepucTuKm BioNTaTiB HUPKK 3
dibprnapHUM I'H npy noyaTkoBil giarHocTrui (N = 166)

CeiTnoBsa Mmikockoniq

CepegHiii BOrHuLL,eBuii

rno6anbHui 45 (27%)
r/IoMepyiocK/iepo3

KoHro yepBoHwuii .
NO3UTHBHUIA 9 (5%)

I nomepynspHUiA ManioHOK MOLLKOZ)KEHHS

Me3aHrianbHui 115 (69%)

MeM6paHonponipepatuHuii 20 (12%)

EeHZ0KaniNApHUiA
nponigepaTUBHUIA 14 (8%)
cepronogi6Hui i o
HEKPOTUYHMA 10(6%) KoHro uepBoHa nasima NokKasye 16/1yUHo-
Me3aHrianbHui 4 (2%) 3e/ieHe nOABiﬁHe npomMmeHe3sas/IoMJIeHHA Npv
Andy3He CKNepo3yBaHHA 2 (1%) po3rnsaai B nonspusaviiHomy cBiThi.
niBMicsL 32 (19%)
Ta6bnuus 3. ;
KniHiuHi XapakTepucTiikin npy 6ioncii (n= 166) AlonoBHEHH 4o TabnnLy 3
npoTeinypia >10 r/24 rop .
39 [iarpama cepeiHbOro
FinepToHia 105 (63%) 1 A060B0ro 6inky ceui
(nianasoH
Ha6psk 86 (52%) 0,2-20,4 r/po6y)
rinoaanyHeMiﬂ 99 (60%) nporeiHypis 3,1-10 r/24 rog npoTeitypis <1 /24 rog,
18.5% 44.4%
HedpoTuunuii 45 (27%)
CUHAPOM
Fematypis
(mikpo-Ta MakKpo-) 76 (46%)
ANA+ 17 (10%) .
npoTeiHypia 1-3 r/24 rog
HasiBHicTb 27
MOHOHYKJIeapHoro 23 (38%)
6inka Y cedi [iarpama HasiBHICTi
8.7% MOHOHYKJ1eapHoro 6inka npu
eneKTpod)opesi/iM)yuod:il(cauin’
(n=23

KpeaTuHiH <1,2 mr/n
34.9%

Y cupoBsarui
KpeaTuHiH =2 Mr/n 26.1%

47%

Y cnposartui Tay ceuvi
65.2%

[iarpama cepejHbOro
KpeaTuHiHY CUpOBaTKU
(nianazoH 0,2-20,4 r/po6y)

KpeaTuHiH 1,2-2 mr/n
18.1%

A, B- EnekTpoHHO-MiKpOoCKonivHe 306paxeHHs
IMyHOTaKTOIAHOI r/IoMepyonaril, Wo
[eMOHCTPYE napanesibHi MacuBu
OpraHi30BaHVX MiKpOTYBYNSPHNX CTPYKTYP.
CepeaHs TOBLLUMHA BOJIOKOH CTaHOBUTL 15 HM.




