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IMean: MoHoreHubie 3a00A€BaHHA ITOYEK BCTPE-
YAIOTCA PEAKO, HO B COBOKYITHOCTH IIPHBOAAT K Pa3-
BHTHIO XpOHHYeCKOM OoaesHu mouek (XBIT) kak mu-
auMyM y 20-30% aeteit. 'emernaeckoe Tectuposanue
C HCIIOAB30BAHHIEM ITOAHOICHOMHOIO CEKBEHHPOBA-
HUA ABAACTCA HanOoAee NH(POPMATHBHEIM METOAOM
C HAHMBBICIIIEH AHATHOCTHYECKOH UyBCTBUTEABHOCTBIO
AAfL TIOATBEP/KACHUSA MOHOITCHHOTO IeHE3a 3a00AeBa-
uud. [leapro aannoro mccaepaoBanus OBIAO IIPOBEAE-
HIUE I€HETUYICCKON AMATHOCTUKU C HCIIOAB30BAHUEM
ITOAHOTE€HOMHOIO CEKBEHHPOBAHUSA y ACTEH C KAHMHI-
YECKUMH IIPOABACHUAMH T€HETHIECKNX 3200 AEBAHMUIT
IIOYCK.

MeToABI: B perpocriekTHBHOE HCCAEAOBAHUE BRKAFO-
geno 82 aerelt (34 maapunka, 48 AeBOUYCK), CpeAHUI
Bo3pact koropeix cocrasua 9,0 IQR: 3,0; 12,0) aer,
00cAeAOBaHHBIX B 1IepHOA ¢ AuBapsa 2020 mo Aekabpb
2023 rr. Becem marpenTaM OBIAO IIPOBEACHO ITOAHOTE-
HOMHOE CEKBEHIPOBAHHE C IEABIO BepU(UKAIIII IeHe-
THYECKOTO AHArHO32. TOABKO IIATOTCHHBIC I BEPOATHO
[IATOTCHHBIC TCHETHYECKNIE BAPHAHTHI, ACCOI[HIPOBAH-
HbIe ¢ PEHOTHITOM IAIIHEHTOB, PACCMATPUBAAKCD B Ka-
9eCTBE AHATHOCTHYCCKHX.

PesyapTaTer: AumaraoctupoBano 27 MOHOTEH-
HBIX 3200ACBAHUI ITOYEK, ACCOLUUPOBAHHBIX C Ba-
puanramu caeayrornux remax: COL4AA3, COL4A4,
COIL4A5, NPHS1, NPHS2, TRPC6, C3, ANLN,
COoQ8B, TRIMS, PAX2, CUBN, PC6, PKDI,
GATM, CEP164, TTC21B, INV'S, TMEMG67,
PKHD1, HNF16, CLCN5, AQP2, A'PR, UMOD,
SL.C34A43, BSND. CpeAan reHeTHYECKH-aCCOITIIPO-
BAHHBIX 3200ACBAHUI IIOYCK HANOOACE YACTHIMH SBASI-
Anch raomepyaomartuu (37,4%), BKAIO9As KOAAATCHOLIA-
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tin — cuHApoM Aabriopra 1, 2, 3A, 3B tunos (19,3%)
U CTEPOUA-PE3UCTCHTHBIN HE(DPOTHIECKHI CHHAPOM
(CPHC)/raomepyaspaas nporennypust (18,1%). C He-
CKOABKO MEHBIIIEH 4aCTOTOM BePH(UIIIPOBAHBI IIHANO-
matun (31,3%), BKArOUas ayTOCOMHO-AOMUHAHTHYIO IT0-
AMKHCTO3HYIO O0Ae3nb nouek (15,7%), nepponodrns
2, 11, 12, 15 tunos (7,2%), ayroCOMHO-PEIIECCUBHYIO
IIOAUKHICTO3HYIO O0Ae3Hb mouek (4,8%) n HNF1B-
accormuposannyio nedpomatuio (3,6%). I'ermernde-
CKHH AHATHO3 TyOyAOIIATHI OBIA ITOATBEP:KACH Y 21,7%
IAITUEHTOB, BRAFOYasA AUCTAABHBIA ITIOUEIHBI TYOYAAP-
HBIA artuA03 2, 3, 4 tunos (4,8%), cuaapom Parkorn
1, 4, 5 tunos (4,8%), 60ae3up Aenra T 1 (3,6%),
nedporennsiii Hecaxapusi Anaber 1 u 2 tunos (3,
6%), UMOD-acconuupoBaHHYIO ayTOCOMHO-AOMHU-
HAHTHYIO TyOYAOHHTEPCTUIIHAABHYIO OOAEC3HB IIOYCK
(2,4%), rurrocpocparemmrdeckmii paxuT C IUIEPKAAD-
nuypueit (1,2%) u cuaapom baprrepa IV tur (1,2%).
MoAeKyAAPHBII AHATHO3 BPOKACHHBIX AHOMAANH TTOYEK
U MOYEBBIBOAAIINX IIYTEH OBIA IIOATBEPHKACH y 6%
HAI[HCHTOB.

3akarouenne: Cpean AeTeil ¢ MOHOTEHHBIMH 3a-
O6OAEBAHUAME ITOYEK, BEPU(MDUIUPOBAHHBIMU IIPH
IIOAHOT€HOMHOM CEKBEHHPOBAHHN HANDOAEE YaCTBIMU
sBAsianch koararenonatun u CPHC/ raomepyasipaas
IIPOTEUHYPHS, IIOYTH B TPETH CAYYAEB BBIABACHBI IIH-
AVOIIATHUH, TCHCTUYCCKUH AMATHO3 TYOYAOIATHH OBIA
HIOATBEPIKACH B K&XKAOM IIITOM cAy4ae. [loarHoreHOM-
HOE CEKBEHHUPOBAHNE IIO3BOAAECT YCTAHOBUTD TOYHBII
IEHETHYCCKHUIT AHATHO3, Pa3pabOTaTh HHAUBUAYAAU-
3UPOBAHHBIC CTPATETUH ACYCHHSA, IPOBECTU CKPUHITHT
POACTBEHHHKOB 13 IPYIIIIBI PUCKA H OLCHHTH IIPOTHO3
IIPOIPECCHPOBAHISA 3200ACBAHNSA IIOUCK.

KnuHuko-reHeTMYeCKas XapaKTEPUCTUKA U MOYEYHbIE UCXOADI
WT1-accounnpoBaHHOM romepynonatuu y geTeit
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