OCOBEHHOCTM BEAEHMA
MALUVEHTOB C
BPOMAEHHbIM

HEGPOTUYECKUM
CUHIPOMOM

CM6IMBY3 «/leTcknm roposckom MHOFrONPOdU/IbHbIN
KAMHNYECKNU CNeLMaan3mpoBaHHbIN LEHTP BbICOKMX
MeANLMUHCKUX TEXHOIOMUN»

MockBurHa E.A., K.M.H., 3aBeAyloLLan OTAe/IeHUEM
Heppoaorum



BpoxkaeHHbi HC

* /1ebt0T B BO3pacTe 0-3 MeC

*HeppoTnyeckmm CMHAPOM C remaTtypuen u
apTepManbHOWN rMNepTeH3nEN

*[1porpeccnpoBaHue Xbllg B paHHeM AeTCKOM
BO3pacTe

*[OpMOHOPE3NCTEHTHOCTb

*Mopdonorna —OCrC vam andpPysHoin
Me3aHIMaJibHbIN CKAEPO3

*[eHeTnka — NPHS1, NPHS2, WT1, LAMB2,
PLCE1 (75%)



Podocyte foot processes

BpoxkaeHHbi HC
GUHCKOro TUMa

Tun HacnepoBaHuA: A-P [l
YacTtoTa B GUHCKOMU
nonynaunm 1:10000
[eH NPHS1, Koamnpyrowmm HeppuH,
naeHtndunumposaH Kestila 8 1998 r. (19g13.1)
Bonee 300 myTauuu

HedpUnH He aKcnpeccnpyeTca B LEe1eBOU
Anadparme

MaccmnBHasa NPOTEUHYPUA C POXKAEHUSA,
nporpeccnpoBaHne HC n ero oCnoKHEHUN
Passutne XbII5 K 2-3 T

Endothelium (fenestrated)



IleBoyka B., 06.11.16 r.p.

*Moctynuna 18.01.17 r. (2 mec 12 aHen)

* }anobbl: yBesimyeHmne pasmepoB }KMBOTA, NJAOXOM
anneTuT, CHUXKeHne gnypesa.

° AHAMHeE3 YXU3HMU:

BepemeHHocTb 5 (OPBU, neMkoumnTo3, KaHAUAO3HbIN
KONIbMUT)

Poabl 2, cpoyHble. Macca Tena 2950r, Anrap 8/9 6.

Ha rpyagHOmM BCKapmamBaHUM Ao 1 mec, BecoBaA
npunbaBKa 3a 1- mec 1 Kr, 3aTémM UCKYCCTBEHHOE
BCKapmanBaHune cmecbto MantoTKa, HecToxeH.

[lpuBuTa B pognunbHom aome bLUM 1 V1 npotus
BUPYCHOrO renatuTta B.

B 1 mec ocmoTpeHa cneumanmuctamm - Natonormm He
BblABAEHO.



AHamHe3 3abo0/1eBaHuUA

°C POXAOEHUA yBEHMHEHHbIl)’I HKUBOT, MAaCTO3HOCTb BEK

*14.01.17 rocnutannsnpoBaHa B oTae/IeHne peaHnmaunm
[IBNe5 c noago3peHmnem Ha obpa3oBaHue OpLOLLHON
NONOCTM.

* AHacapKa, Al 105/65, amnypes 0,3 mna/Kr/uac.

* labopaTopHO: NnpoTtennHypua — 7,05 r/n, runonpotenHemms
— 29,8 r/n, runeppunbpuHoreHemma — 11,8 r/n, moyeBmnHa —
2,2, KpeaTuHuH — 0,018 mM/n, aHemua (Hb-72 r/n), UMB-
nHdekuunsa (nonoxkutenoHble MUP n NOA IgM kKposn)

* KT — nckntoyeHo obvemHoe obpasoaHmne OBIT

* [lonyyana: anbbymumH 20% 5 mn/yac, nasmkc /s, a/6
Tepanua (uedoTakcmm), TpeHTan, NpeaHU3oN0oH 3 mr/Kr/cyT
napeHTepasibHO, TPaHCPY3UA SIPUTPOLUTAPHON B3BECU.



[1pn nocTynneHuwu

* macca Tena 4800 r (+1850 r 3a 2,5 mec)
* aHacapKa

* apTepmanbHana runepteHsms 105/60

e nnypes3 — 0,3 mn/Kr/uac

* npoTenHypua ao 15 r/n

* MUKporematypus —ap. 12-20 B n/3p

* runonpotenHemusa — 33-38 r/n

° runoanbbymmHemms — 15 r/n

* runepannuaemms — xonectepuH 4,7-6,7 mM/n,
* dbubpuHoreH — 2,45 r/n

°* 330TEMUU HET

* Y3W: acumuT, ruapoTopakc, yeenndeHme pasmepos u
ANPPY3HbIE NUBMEHEHMA NAPEHXMMbI MOYEK, B NepuKapae
KNOKOCTU HeT



Tepanua

* ICKYCCTBEHHOE BCKapM/INBaHME + AOMNOJAHUTENbHOE
nUTaHme - tHbaTpuHu 125 mn/cyr.

* NpeaHn30N0H 2-3 MI/Kr — 6 Hea, CHUXeHne — 6 Hea,
* aIbbymuH 20% 1-2,5 r/Kr/c, peononnrnokuH

* nasukc 1 mr/Kr 1-2 pa3sa B CYTKM, MNOCTENEHHO
OTMeHeH, BepOoLInNnpoH

e kanoteH 1-1,5 mr/Kr
°*Npenapatbl Kanbuma, Kanusa, sutamuH [, 500 ME
* KyPaHTUA 4 Mr/Kr

* aHTMOaKTEepUaNbHaA Tepanmsa, NOBTOPHbIE KypCbl Npu
MHTEPKYPPEHTHbIX 3aboneBaHUAX.



TepanuA

*raHUMKN0BUP 25 Mmr x 2 pasa/c - 17 oH, 3aTem
reHpepoH 125 000E no cxeme 1 mec

* HOOTpOMbI (MUpPaLEeTam, Lepebpym-KoMNo3nTym),
3/1bKap, manbtodpep, NOAMBUTAMUHDI.

*03.02.17r nmnnaHTUpoBaH KaTtetep Groshong 3F

«20.03.17 TTI - 23,5 ulU/ml, FT4 - 8 pmol/I,
* Y3 WwmMTOoBMAHOW Kenesbl - 6e3 naTtonorum.
* J1eBOTUPOKCUH 25 MKr-37,5 MKT.



4
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Jones', x200; x600

21.02.17 I (3 MeC) OTKpbITas broncra 1eBoMN NOYKM

HawunoHanbHbIN LEeHTP KIMHUYECKO MOp¢d010rMyeckom ANarHoCTUKM

K.M.H. Bopobbesa O.A.




HaunoHanbHbIN LEHTP KAMHUYECKOU MOPGONIOrnYecKoim ANarHoCTUKn
K.M.H. Bopobbesa O.A.




3,5-5 mecaues




MoneKkynapHo-reHeTu4yecKad
ANAarHOCTUKa

21.04.17 r meTOA aBTOMATUYECKOTO
cekBeHMpoBaHMA no CeHrepy

B 3K30He 6 U MHTPOHe 9 reHa NPHS1
c.614 621delCACCCCGGInsTT wnc.1170+7C>T
B reTepo3nroTHOM COCTOAHUMN.

NPHSZ2 - naToreHHbIX BapMaHTOB He
obHapyKeHo.



IIMHaMKMKa Ao 9 mec

*Cumntomokomnaekc HC
(0OTEKM MMHMMAbHDbI)

*TemnoBasa 3[1MP

*OPBW - 5 ann3oaos (B T4
OCTPbIN BPOHXUT, ABAXKAbl
oTUT), baumnnoHoweHune
E.coli O

- *[loBTOpPHAA MMmNNaHTaUMA
KaTteTepa [ pOLWOHr

*[lpusuta V1 neHTakcmm n V2
Kombunotex B 9 mec



Mpu Bbinucke 17.08.17 r (9 mec)

* macca Tena 8695 r, MMP 6an3Ko K Hopme

* MaCTO3HOCTb NMLa

* apTepmanbHoe aasneHue 95/60

e nnypes — 3,5 ma/Kr/uac,

* npoTenHypusa 16,8 r/n,

* MUKporematypusa — 3p. 150-170 B n/3p.

* rmunonpoTteMHemusa — 32 r/n,

* runoanbbymmHemms — 14,2 r/n,

* rMnepaAnnuaemma — xonecteputH 7,9 mM/n,
* dbubpuHoreH — 6 r/n, remornobuH — 98 r/n,
* a30TemMumn HeT (KpeaTuHuH — 0,012, moyeBuHa — 4,9 mM/n),

* Y3W: renaTtocnaeHomeranma, yBenanyeHme pasmepos um
ANPPy3Hble N3MEHEHUA NAPEHXUMbI NOYEK



TpaKTOBKa

OCHOBHOM AMNATHO3:

BpoXXAeHHbIN HEGPOTUYECKNN CUHAPOM C
rematypuen u aptepuanbHoOnN runepteHsneun, | Tmn
(myTauum rena NPHS1), HOMM-0.

ConyTCcTBYOLWMN ANATHOS:

XpoHudyeckaa UMB-nudpekuma. MMNUHC, c-m
ANPPY3HOU MblILLIEYHOMN TMNOTOHMK. TemnoBas
3MMP. AHeMmuns nerkom cteneHm CMeLaHHoro
reHe3a. Hocutenb KaTtetepa powoHr 3F B cucreme
BEpPXHEWU Nosion BeHbl. BTOPpMYHbIN
KOMMNEHCMPOBAHHbIW TMNOTUPEO3. [TynoYHas rpbixKa.



YxyauweHune coctoaHua (11 mec)

* Hayano 10.2017 r - oCTPbIN raCTPOIHTEPUT
*17.10.17 r. HapacTaHMe OTEKOB

e anypes 0,8 ma/Kr/yac

*gec 10,1 kr (+530 r 3a 3 gHA)

*0bWMI1 60K cbiIBOPOTKU - 28,0 r/n
*a/1IbOYMUH CbIBOPOTKK - 10,2 r/n
*npoTenHypua — 23 r/n, makporemaTtypus
aHemua — HB 82 r/n

*MmoyeBuHa — 3,46, KpeaTuHUH — 0,01 mmonb/n
*[1TN —-56,4-44,1%, MHO —1,37-1,62



N3MmeHeHne TaKTUKU nevyeHuns
(11 mec)

* aIbbyMmuH 3 r/Kr (20 % 150 mn/cyT), pypocemuna 1 mr/Kr
* BuKacon No3, sutamuH K1

e unuctorpadma — NMP HeT

* reMmoTpaHcdhy3us

©24.10.17 r. bBunatepanbHaad HEPPIKTOMMUA C
MMMAAHTaLMEN NEPUTOHEAIbHOIO KaTeTepa

e TpaHcPy3una C3I1

©25.10.17 r Hayano M, nepntoHUT (HEMTPOPUNBbHbIN
LUMTO3 Ananmnsarta 8896/3), a/6 nHTpanepuUToHeanbHoO.



N3meHeHune coctoaHuA (11 mec)

*exeagHeBHoOe CHUxxXeHune maccbl T1esia, nciesHoBeHune
OTeKoB

*0.6en0K — 36-49 r/n, anbbymuH — 24,4-31 r/n

* a30TeMUA ymepeHHasa (movyeBmHa 12-25,3, KpeaTUHUH —
0,336-0,452 mmonb/n)

*runepKanmemma — 6,0-6,6, runokanbumemma Ca++ 0,73-
0,85, runepdpocdaremus o 4,1 mmonb/n

* AHemua—Hs 77 r/n

* MeTtabonunueckum aunaos: pH 7,28, HCO, 16,5, BE-8,9

* Al 130/95

* KapTuHa HK: Taxukapguna 160 B8 MUH, TaxunHo3 70 B MUH

*3x0-KI 01.11.17 r: neroyHasa runepteH3na (50 mm.pT.cT),
annatauma XK (37/29 mm), cHuxkeHne ®B oo 40%



Tepanua (11-12 mec)

* AHTUTMNEPTEH3NBHaA Tepanua: HHpeamnmH 0,75-2
mr/Kr/cyt+ metonponon 0,5 mr/Kr/cyT

* CungeHadun 4-18 mr x 4 pasa/cyT
* U3meHeHune pexuma MM (rmnep-K-emnal)

* femoTpaHcdy3ma Ip-B3Becb, MO 100 ME/kr x 1 p/Hep,
n/K, Npenaparbl }Kenes3a

*Copa 2,5% 50 mn/cyt

* KapboHaT Kanbuma 1,0-2,0/cyT, anmarenb
Pe3ynbraThl:

*Bec-1010r 3a 1 mec, Al 85/50

* 3x0-KIl 16.11.17 r: pasnenue B /1A (29 mm.pT.cT), /1K
(29/22 mm), ®B 50%

*Kannii — 5,2 mmonb/n, KOC - Hopma




1rd4d mec

e ABTOMAaTU3npPOBaHHbIN 1]
* KOHcepBaTMBHaA Tepanua XbI1
* BaKymHaums

* ApTepuanbHoe aasneHne 90/60
* [emornobuH —90 r/n,
*0.6enok—48r/n,

* AnbbymuH — 35,8 r/n,

e XonectepuH — 4,7 mM/n,

* KpeatnHuH — 0,458, moyeBUHA
— 12,9 mM/n

* [Mnokanbuemma (cygoporu)

* B 60% (cnnoeHodpmn oTmeHa)



1r5mec—2,5r

* Al no 190/120 (meTonposnon

== +HudeamnuH/amnoannun)

A‘ e ®B 65%, 1K 32/20 mm

1 *UHdekunn (OPBU, BOC,

> IMBK, OKM)

*TTI, T4 - HOpma

«28.08.2018 r (1r 9mec) —
permMmnaaHTaums
nepuToHeanbHOro Katetepa B
CBA3M C TOHHENbHOWU
MHdEeKUnen

Cd 2



11.06.19 1 (2 r 7 mec) poacTBeHHas

dJITIOTPAHCIMNNTIaHTAUNA NMOYKU CIrNpaBa
droyY «HMUL TuMO um.B.U.LLlymakoBa»







Manbuuk A., 11.06.21 r.p.

Moctynun 05.07.2021 r. (24 aHA)
’anobbli: otekun

AHamHe3 XU3HU: MaTb — XaKacKa, oTel, — Xakac/pycckumn, B
poA4y Nnatranblbl.

BepemeHHOCTb 2 (1 —340p0BaA aAeBoYKa, 2014 1)

Yrpo3a NpexaeBpeMeHHbIX POA0B (PeTPOXOpUaIbHAS
remaTtoma), Covid 19 Ha 13 Hegene, OPBW Ha 33 Hey,
runeppmnbprUHOreHeMMs, aHEMMS C 20 HeZ, NPe3KIaMNCcus
YMEPEHHOW CTEMNEHMN.

Poabl 2, CpoYHble YNCTO AroguyHoe npeanexkaHue. Kecapeso
ceyeHmne. Macca tena 3150r, Anrap 8/8 6.Ha 2cx yxygleHue
coctoAHUA: [1H, HeBpoaormyeckaa CUMNTOMATUKA

AwnarHos Al bay: BAW. TaxnnHO3 HOBOPOXAEHHOTO.
[Tonnyntemunsa, COCTosIHME Noc/ie reMoanatoumm 13.06.21.

I'IepMHaTaanoe FTMNOOKCNHECKN-UWEMUYHECKOE NMOopPaXXeHNE
LIHC.



AHamHe3 3aboneBaHuna (10 gHen)

* [TaTonornyeckme npmubaBKkM macchl
Tena

* JlTabopaTtopHo: OB 33.4 r/n,
MOYEBWMHA 1.3, KPEATUHWUH 24.7,
NPOTEeUHYpUA 5,0 1[N,
r110K03ypusa, remaTtypus 60-80 B
n/3p .

* LUMB TUP n NPA 1gM Kposwu - oTp

* Y3 — yBennyeHume pasmepos u
3XOreHHOCTU NoYeK.

* [lony4yan: aHTUbaKTEPMANbHAA
Tepanua, AT, yacTnyHaAa
obmeHHas TpaHcdhy3us,

ANypeTukun (pypocemma,
BEPOLLMUPOH).




« AMKCUBMT» g 014 (24 AHA-1,5 MeC)

* Bec4o01o0r (+8607T)

e [lacTO3HOCTb /INLLA, FONIEHEN

* A po104/54

* JlabopatopHo: OB 33-31r/n, anbbymuH 11,6
r/n, 3S1eKTPOANTLI - HOPMa, a30TEMUU HET,
XOJIeCTEPUH 4,6, TpUrANLEpUAbI 2,59.

* KAK—BHOpME,

* Koarynorpamma —pubpuHoreH 6,54 r/n

* OAM —remaTypus 30-40, NPOTEUHYPUSA A0
12 r/n. CyToyHas noteps 6benka 1,59 T.

* Y3 —yBennyeHne pasmepos u
3XOreHHOCTM no4veK, cHueHmne KM/.

* [lepeHec pebpunbHyto MBI

* [onyyan: aHTMBaKTEpManbHaa Tepanus,
KarnoTeH B Ha4a/IbHOW A03e 1 Mr/KT,
BEPOLUNMPOH B HAaYa/IbHOW A03€ 1 Mr |
Kr/cyT




« AIMKCLUBMT» 55 oTA (1,5-2 Mec)

* Bec5120—-4922T
L_ VoL L ¢ TIacTO3HOCTL /M3, roneneld, acuuT
* A/l 80/40
" |« Zlnypes: 3,5 Ma/Kkr/d4ac

= ': * ¢ JlabopaTopHo: OB 26 r/n, anbbymunH 8,35 r/n, Na
. 4 -130, a30TeMWM HeT

- . * [emaTypus 30-40, NPOTENHYPUA A0 7,25 T/A.
f_ * TTI 79,56 MME/mn, FT4 5,83 nmonb/n.

T T
S R v

1 * VIMMyHHBIY cTaTyC: IgG 0,21 /A

e * Y3U — renatocnaeHomerasaua, acumt

& * MepeHec snTepuT

; 4 * Monyyan: rpyaHoe monoko, oboraweHHoe NAN-
- FM8s, ABT, nyKOHa30/, KanoTeH 4 Mr/KT,

BEPOLUMUPOH 2 Mr/KF, UMMYHOIN06YAWH 0,5 /KT,
anbbymMuH 20% 1 r/Kr, NeBOTUPOKCUH 25 MKI



«,[IIMKCLI,BMT» 55 OTA (2-4 Me()

MaccCbl, aHEMUSA 74 T[N, renaTocnneHomeranMﬂ)
* UMB - NMUP, IgM nonoxmnTtensHbiv

* JlabopatopHo: OB 27-32 r/n, anbbymMuH 12,5-13,5
r/n, Na - 130, a3oTemMunn HeT

;,, " * remMaTypusa 90-100, NPOTENHYPUSA 4,0 100 r/A.

™ o ATonmueckuit gepmatut (BKM)
"« Temnosas 3MMP
* 11.08 yCTaHOB/IEH BEHO3HbIN KaTeTep MpoLwoHr 3Fr
I‘Ionyqan rpy,a,Hoe Monouo oboralieHHOe Cyxon rMapoIM30BaHHON CMECHIO,
rAaHUMKAOBUP - 3 Hel, GAYKOHa30/, KarnoTeH 4 Mr/Kr, BEPOLNUPOH 2 MI/KT,

MMMYHOIrN06YAMH 0,5 r/Kr, anbbyMunH 20% 1-2 r/Kr, N€EBOTUPOKCUH 50 MKI, KapboHaT
Ca, ButamuH 43



MoneKkynapHo-reHeTu4yecKad
ANAarHOCTUKa

05.08.22 r (pe3ynbraT 24.09.22) NGS
MyTtauyum reHa NPHS a1

1) chr19:35831056G>A [eTepO3UroTHbI
2) chr19:35849640TCCGGG G>T [eTepo3nUroTHbLIN.
3) chri9:35849648G>A €TepO3nUroTHbIN




« A MKCUBMT» 55 oTA (4-6,5 mec)

*BecB6 Mec7800Tr

* 4 MeC — peakTmBauyuma LUMB, 5 mec -
KaHAWNA03HbI CTOMATUT

* [1aCTO3HOCTb /1ML, FOJIEHEN, NepeAHEN bBp
CTEHKM MUHUMa/IbHbI

* A/l 90-100/50-55
| * [lnypes: A0CTaTOUHbIN
o * Temnosas 3[TMP

42 % ° /labopaTopHo: cumnTomokomnaekc HC,
L asotemumn HeT, [T T — 44 EAIN

* [lony4an: raHUMKNOBUP - BaNTaHLUKNOBUD,
npexHee sieyeHne. Boinncka



«,£I,FMKCLI,BI\/IT» 6,5 -11mMecC

* Becs11mMecqggoor
* HKN B 6,5 mec (AT'BEN25).
* 3amMeHa kaTeTepa [powoHr 3F

* UMB TLP (-) otmeHa BasiraHuuk0BMpa
(KypC 3 Me)
* BakumnHauyusa: Bl B, nHeBMOKOKK

» Abcuecc obnactm weun, OPBU, oyaroas
MHEBMOHWS, THOMHBIN OTUT , CYA0POrM

* [1aCcTO3HOCTb /INL,Q, FO/IEHEN MUHMMAJ/IbHA
* A/l 90-110/50-60

* [enaTocnaeHomeranms, yseamdyeHume
Noyex.

* [lnypes: AOCTATOYHbIN/CHUXEH

@ % - Tepnosas 3MMP (cuauT, BCTaeT B KpoBaTH
' Ha KOJIeHU, nenert (+), malleT pyKoun)

* PubpuHoreH go 8 r/n,XC 6,88, Tl 4,81




KAMHUYECKUUN ANATHO3

OcHOBHOM:BpoxaeHHbIM HEPPOTUYEKNN CUHAPOM,
KoMmnayHAHas retepo3mrotHas mytaumsa B reHe NPHSz1, Xblla.

OcnoxxHeHue: BTOpnYHbIN rMnoTmpeos. BropuyHas
runoramMmmarnobysinHemmsa. HopMOXpOMHas aHeMUA 1Ierkou
CTeneHu.

ConyTcTBYOWMMN: [epnHaTaibHOE M’MNOKCUYECKM-
nwemunyeckoe nopaxexHue LUHC. Temnosasa 3MMMP. LIMB-
MHPEKLNA, HeaKTMBHAA. ATONMYECKMN AEPMaTKT,
MAageH4Yeckas popMa, orpaHnyeHHbIn, pemmuccus (BKM).
HocuTtenb kKaTeTepa [powoHr 3F 0T 17.01.2022 1.



Tepanua « I MKCLUBMT» 1amec

* rpyaHOe MOIoKo (oboraweHHoe) + npukopm 3,

* anbbymmH 20% 2 r/kr,

* KAnoTeH 4 Mr/Kr,

* BEPOLWMNUPOH 2,5 Mr/Kr, pypocemunz (N0 NokasaHMAM),
* UMMYHOIN06YAWH 0,5 r/KT,

* 1€ BOTUPOKCUH 50/62,5 MKT,

* BuTamuH [13 1000ME,

* YAXK

* [TogrotoBka Kk bunatepasbHON HEPPIKTOMUM



TpyaHoCTHK

IlnarHocCTuKa:

* buoncma HeaePMHUTUBHA, TPABMATUYHA

* MonekynAapHoO-reHeTnyecKoe nccaeaoBaHme (CToMmocTb,
CPOKM)

JleyeHune:

AnbbymunH 20% (ctommocTtb, HI)

*  MmmyHOcCynpeccmBHaAa Tepanua HeapPeKTUBHa

* TpaHcniaHTauMAa NoYKku

 Cocyguctbin aoctyn

* BcKkapmauBaHue

* WUNHPeKuus

* TpomboTnyeckmne oCcNoKHEHUA

* ApTepuanbHan runepTeH3ns

* [mnnotnpeos

* AHemusa



CNMACHUBO 3A BHUMAHWE!
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