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NONHONEHOMHOE CEKBEHUPOBAHUE
B AUATHOCTUKE 3ABONEBAHUM NOYEK Y AETEU

LLanpaH KO. KO., Npo3Hosea O.C., MNManwux C.B., NMpuxognHa J1.C.

Hay4Ho-uccnenoBaTenbCKMit KAMHUYECKUIA MHCTUTYT NeanuaTpmMn U AeTCKOM XMpyprim nm. akaa. to.E. Benbtmwesa
®rAO BO PHUMY mnm. H. U. NMuporoea, MocKea, Poccuinckaa deaepayms
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MOHOreHHble 3a601eBaHuAa NodeK

B CTPYKTYpPE XPOHMYECKOo bonesHn noyek
Y B3pOC/bIX

y AeTen

s

» W3BectHO ~450 reHoB, OTBETCTBEHHbIX 3a pa3Butme 70% 3aboneBaHWM MNOYEK, NPOrpPeccUpyrolmx B

XPOHWNYECKYIO 6one3Hb novek 3-5 CTagunun B AETCKOM BO3pPaCTeE.
P BHOCAT reHeTu4eckui BK/1a4d B HaACAeayemMoCTb CKOPOCTU I-(J'IV6O‘-IKOBOI71 (I)VIIIpraLI,MVI U KaHa/ibLueBoro

TPAHCMNOPTa 3/1IEKTPONNUTOB.
» VYV 10-29% B3pocnbix nauneHToB ¢ XBIN 5 ctagun oTtArouwieHa Hac/neACTBEHHOCTb MO NaToO/IOTMKM OPraHosB

MOYEBOMN CUCTEMDI.

Devuyst O. et al. Lancet. 2014; Connaughton D.M. et al. Nephron. 2015 Vivante A., Hildebrandt F. Nat. Rev. Nephrol. 2016; Ingelfinger J.R. et al. Pediatr. Nephrol. 2016; Moulin
F. et al. Kidney Int. 2017
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TexHONOrMA onpegeneHns nocaesoBaTe/IbHOCTU
BCeX Yy4yactkoB reHoma (~ 3,1 mapa nap
HYKN1eoTna0B)

[eHeTnYecKkoe TecTUPOBAHWE C MCMOJIb30BaHUEM
NO/IHOTEHOMHOIO  CEeKBEeHUPOBaHUA  ABAAEeTCA
Haubonee UHPOpMmaTUBHBIM  MEeTOAOM C
HauBbICLLEeN AMArHOCTUYECKOM YYBCTBUTENbHOCTbIO
ANA  NOATBEPXAEHMA  MOHOreHHOro reHesa
3aboneBaHus.

Il Non-coding region I Coding region f’
Gene A Gene B ' Gene C »;

Sanger sequencing
(specific DNA segment)
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Targeted gene panel

(coding regions of specific genes)
(O (VAUN

Exome sequencmg
(nearly all exons in the genome)
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(all genome) QA
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Lenb: npoeegeHne reHeTUYEeCKoun ANArHOCTUKH C MCMOJIb30BaHNEM NO/IHOF'€HOMHOTO
CEKBEHUNPOBaAHNA Y ,CI,ETEIZ C KIMHNYEeCKMMU nNpoasaeHnamMmmn MOHOINeHHbIX 3aboneBaHNI NOYeK.

MccnepoBaHue: peTpocnekTUBHOE

ObcnepoBaHo 132 pebeHKa n3 55 permoHos PP — c sHBapa 2020 no aekabpb 2023 rr.
Bo3pacT nauMeHToB Ha MOMEHT reHeTuyeckon amarHoctmku: 9,0 (IQR: 3,0; 12,0) neT

|

» Bcem nauneHTam 6bin0o nposeneHo nnoJjHoreHomHoe cekBeHNnpoBaHmMe C LUENbIO

BepM(I)MKaLI,VII/I reHeTn4yecroro AnarHos3a.
» TonbKo MNaToreHHble 7 BEPOATHO NnaToreHHble reHeTnyecrue BAPUAHTHI,

dCCoUunMnpoBaHHbIE C (I)EHOTMI'IOM nauneHTos, pacCMaTpuBaiInCb B KayecTBe
ANarHOCTU4eCKUux.
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JunarHocTnpoBaHo 27 MOHOreHHbIX 3aboneBaHumn noyek, accounmnpoBaHHbIX C

[laTOreHHble N BePOATHO-MATOreHHbIe
BapMaHTbl MAEHTUOULMNPOBAHBI Yy 82
neteii (34 M/48 1)

reHax.:

C reHamum npeacraBjieHHbIMM Ha cnaﬁp,e

» COL4A » ANLN » GATM » CLCN5
» COL4A » COQ8B » CEP164 > AQP2
> COL4A » TRIMS > TTC21 » AVPR
\ » NPHS > PAX2 » INVS » UMOD
» NPHS2 » CUBN » TMEMG67 > SLC34A3
» TRPC6 » PC6 » PKHD1 » BSND
B YCTAHOB/IEH reHeTUYECKUI AMarHos > C3 » PKD1 » HNF16

B He yCTaHOB/EH reHeTUYeCKum AnNarHo3
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Cpean reHeTUMYeCcKU-acCoUMMPOBAHHbLIX 3aboneBaHMM no4vyek Haumbonee 4acto BCTpedvannUCb
rnomepynonatuu (37,4%), BKatoyaa KonnareHonatum - cuHapom AnbnopTta 1, 2, 3A, 3B tmnos (19,3%) u
CTEePOUA-PE3UCTEHTHbLIN HEeDPOTUYECKUI cnHApOoM/rIomepynsapHas npotenHypus (18,1%).

- w [lpyrue reHeTUYeCcKn-accoummpoBaHHble 3ab01eBaHMA NoYeK

E KonnareHonaTuu - cuHapom AnbnopTa 1, 2, 3A, 3B Tunos
‘ 18,1%

m Ctepouna-pe3ncTeHTHbIN HEPPOTUYECKMIN CUHOPOM
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C HecKonbKo MeHbllen 4acTtoTon BepuduumpoBaHbl umamonatmm (31,3%), BKAOYAs aYTOCOMHO-
ANOMMHAHTHYIO MOAMKUCTO3HYIO 6one3Hb noyek (15,7%), HedpoHodpTn3 2, 11, 12, 15 Tunos (7,2%),
ayTOCOMHO-PELLeCCUBHYIO MONMKUCTO3HYO 6one3Hb noyek (4,8%) u HNF1B-accounmpoBaHHYHO

HedponaTuto (3,6%).

® Llmnmnonatunm

= [pyrve reHeTM4YeCKM-accoLuMmMpoBaHHbIe 3aboneBaHns noyek

B AyTOCOMHO-A0OMMHAHTHAA NOMKUCTO3HAA 6onesHb Noyek
m HedppoHodTtns 2, 11, 12, 15 Tnos

AyTOCOMHO-peLeccuBHaA NOJIMKUCTO3HAA 6one3Hb NoyeK

HNF1B-accoumnmpoBaHHaa HedponaTua
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[eHeTMYecKnin anarHos Tybynonatumn 6bin noatsepXaeH y 21,7% nauueHToB, BKAKOYAA AUCTA/IbHbIA NOYEYHbIN
TYOYynapHbI aungos 2, 3, 4 tunos (4,8%), cuHapom PaHkonn 1, 4, 5 Tunos (4,8%), 6onesHb AeHta TN 1 (3,6%),
HedporeHHbIn HecaxapHbi anabetr 1 n 2 Tmnos (3,6%), UMOD-accoummpoBaHHYlO ayTOCOMHO-AOMUHAHTHYIO
TYyOyNOMHTEPCTULMANBbHYIO Bone3Hb novek (2,4%), runodochaTteMmnyecknuin paxmT ¢ rmnepkanbumypuen (1,2%) wm

cuHapom baptrepa IV Tmn (1,2%).

= Tybynonatum

u ﬂ,pyrme reHeTu4eCkn-aCcCoLMnMpoBaHHbIE 3aboneBaHMA noyekK

= [IMCTanbHbIA NOYEYHbIN TYOYyNApHbIA aumaos 2, 3, 4 TMnos

= CuHgpom ®aHKkoHM 1, 4, 5 TMnos
\ ® bonesHb leHTa TN 1
I . HedporeHHbIn HecaxapHbIii anabeT 1 n 2 TMnos
. . I

1,2% 2,4% 3,6% 3,6% 4,8% m CuHgpom baptrepa IV Tmn

= UMOD-accoummpoBaHHan ayTOCOMHO-A0MMWHAHTHAA TyByNOUHTEPCTMLMANbHAA B0oNe3Hb NoYeK

4.8% = TMnodocdaTeMmnyecknin paxmT ¢ rmnepkanbLmypuen
’

1,2%
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MoneKynsapHbIN ANAarHO3 BPOXKAEHHbIX aHOMA/IMM MOYEK M MOYEBbLIBOAALWMX NyTEN
6bin noaTBEPKAEH Y 6% NAaUMEHTOB.

® BporKaeHHble aHOMaIMM NOYEK U MOYEBbLIBOAALLMX NMyTEN

D —

m [lpyrne reHeTM4YecKmM-accounmmpoBaHHble 3aboneBaHuA
nouekx
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PesynbTaThbl

CTpyKTypa MOHOreHHbIX 3a6on1eBaHMiA noveK
(HUKU nepguatpum n aetckon xupyprum um. akaa. 0. E. BenbtuwieBa, n=82)

AyTOCOMHO-A0OMWHAHTHasA

MOMIMKUCTO3HAA 6ONe3Hb NoyeK HedpoHodTU3
2,11,12, 15 tnnos

CuHgpom PaHKOHMU
1, 4,5 Tnnos

ONCTanbHbIA NOYEYHbIN
TyOynApHbIA aumMao3
2,3, 4 1nnos

AyTOCOMHO-peLI,eCCMBHaﬂ
NOJINKMCTO3HaA 6one3Hb NoYek

HNF1B-accounmnpoBaHHaa HedponaTna

bonesHb eHta TN 1

CuHapom Anbnopra HedporeHHbilh HecaxapHbili Anaber
7

CuHapom bapTTepa 1,2, 3A, 3B Tmunos 112 Tunos

1,2%
IV T1n

~
!

> 4% UMOD-accounmpoBaHHana ayTOCOMHO-40MMHAHTHAsA
(o]
‘ Tyby/NlonHTEPCTULMANbHAA 6ONE3Hb NOoYeK

\m BposkaeHHble aHOMaIUM MOYEK U MOYEBBLIBOAALLIMUX NyTEN

M'Mnodochatemmuecknin 12%
v} (o]
PaxuT C rTMNepKanbunypumen |
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BbiBOAbI

Cpeayn MoHOreHHbIx 3aboneBaHuii noyek, BepUPULUPOBAHHDBIX Yy AeTeil NPU NOIHOFTEHOMHOM CEKBEHUPOBAHUM:

» Hanbonee 4acTo BCTPEYaInCb Ko/JinareHonaTtuu, CTEPOUA-PE3NCTEHTHbDIN HedpPOTUYECKNIA
cuHapom/rnomepynsapHas npotennypus (37 % cnyyaes)

» uuanonatuu bbiaum BbiaBAeHbl B 31% cayyaes

P Tybynonatum noaTBepKaeHbl B 22% cnyvaeB

MNonHoreHoMHoe ceKBeHMpPOBaHUE NO3BO/AET:
@ P YCTAaHOBMWTb TOYHbIM reHEeTUYECKUIN ANArHO3

» paspaboTaTtb MHANBUAYANNIUPOBAHHBIE CTPATEINU JIEYEHUS &)

P> NpOBECTU CKPUHMUHT POACTBEHHMKOB M3 FPYNNbl PUCKA

P> OUEHMUTb NPOrHO3 NPOrpeccnpoBaHuA 3aboneBaHNsA NoYeK

XXIV CeBepo-3anagHana Hepponormyeckaa wrkona PAO, 30-31 man 2025r, CaHKT-MeTepbypr



