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HedpoTtuueckuin cMHAPOM, Bbi3BaHHbIN HYK/IEOTUAHBIMU BapuaHTamu B reHe CRB2, ABNAeTCA peaknM 1 HeIoCTaTOUYHO XOPOLUIO
M3yYeHHbIM COCTOAHMEM. Ha HacTOALMIA MOMEHT CyLLeCTBYET JIMLb HECKOJIbKO COOBLLEHMNI 06 3TOW NaTONOMMK U HET HU OLHOTO
OMMCaHUsA MATKOro TeueHns 3aboneBaHus. Lienbio HacTosLero coobLeHns ABAseTcs AeMOHCTpaLUua GeHOTUNNYECKNX 0COBEHHO-
CTell HepPOTNYECKOTrO CHAPOMA, BbI3BaHHOTO MyTauuamMmu B reHe CRB2, 1 060CHOBaHVE AaNibHENLLEro N3yYeHUs ero reHeTuve-
CKMX NMpWYKH. Ha 6a3e Hedponormyeckoro n MoneKkynsapHo-reHetnyeckoro otaeneHnin OrAY «HMUL 3gopoBba fetei» nposeaeHo
PeTpo- 1 NPOCNEeKTUBHOE UCCIIeJOBAHNE FeHETUYECKUX MPUYMH NEePBUYHOTO CTEPOUIPE3NCTEHTHOIO HEGPOTUUECKOTO CUHAPOMA
(CPHQ), BkntoumBluee 250 petent. Cpepm 250 geTeit Nvwwb ABOE MMENU NPUYMHHbBIE HYKNeOTUAHbIE BapuaHTbl B reHe CRB2 (0,8% ot
Bcex geteit ¢ CPHC 1 1,21% oT fieTeit ¢ BbIIBNEHHbIMM reHeThYecknMmn npudnHamm CPHC). letn nmenn pasHole TeueHne 60ne3Hn
U BblPaXKeHHOCTb SKCTPapeHasibHbIX NPOABNEHUIA. BbiBoAbI: HeGPOTUUECKUIA CUHAPOM, BbI3BaHHbIN MyTaumsamu B reHe CRB2, sns-
eTcA upe3BblualiHO peAKol naTtosiornen. Hamm onucaHo ABa cyvasi C abCOMOTHO Pa3HbIM KIIMHUYECKUM TeUEHMEM.

KnioueBble cioBa: BPOXXAEHHbIE AHOMANM PAa3BUTUS MOYEK M MOYEBBIX MyTEN, KUCTbI MOYEK, XPOHUYEeCKas 601e3Hb Noyek, Heppo-
TUYECKUI CUHIPOM, CTEPOULPE3UCTEHTHBI HEGPOTUUECKMI CUHAPOM.

Ana untuposaHua: MunosaHosa A.M., BawypwHa T.B., AHaHbuH MN.B., Mywkos A.A., LbirvH A.H., CaocTbaHoB K.B., AcaHos A.lO. KnuHuueckas retepo-
reHHOCTb POCCUNCKIX AeTel C HyKNeoTUAHbIMN BapuaHTamu B reHe CRB2. MeduyuHckas 2eHemuka 2021; 20(12): 58-61.
DOI: 10.25557/2073-7998.2021.12.58-61

ABTOp Ana KoppecnoHaeHuun: AHacmacusa MunosaHosa; e-mail: Milovanova.am@nczd.ru
@OuHaHcpoBaHue. PaboTa BbiNosiHeHa B pamMKax rocyfjlapCTBEHHOTO 3aAaHuA.

KoHNUKT nHTepecoB. ABTOPbI 3aABNAOT 06 OTCYTCTBUU KOHONMKTA MHTEPECOB.
Moctynuna: 01.12.2021.

Clinical heterogenity of Russian children with a CRB2 gene defect

Milovanova A.M.’, Vashurina T.V.', Ananin P.V.', Pushkov A.A.", Tsygin A.N.", Savostyanov K.V.", Asanov A.Yu.?

1 — National Medical Research Center of Children’s Health of the Ministry of Health of the Russian Federation

2/1, Lomonosovsky prospect, Moscow, 119991, Russian Federation

2 — I. M. Sechenov First Moscow State Medical University

8/2, Trubetskaya st., Moscow, 119991, Russian Federation

Nephrotic syndrome (NS) with variants in the CRB2 gene is a rather rare condition, and there are only a few reports of its severe
course and no one of mild one. The aim of the communication is to demonstrate the phenotypic features of nephrotic syndrome
caused by mutations in the CRB2 gene. On the basis of the nephrological and molecular-genetic departments of the Federal State
Autonomous Institution “National Medical Research Center of Children’s Health” we performed retro- and prospective study of the
genetic causes of primary steroid-resistant nephrotic syndrome, included 250 children. Among 250 children, only two had caus-
ative nucleotide variants in the CRB2 gene (0.8% of all children with steroid-resistant and 1.21% of children with identified genetic
causes of SRNS). Children had a different course of the disease and the severity of extrarenal manifestations
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BBepeHune

edexT reHa CRB2, BLI3BIBAIONIMIT HapylIeHNe
CTPYKTYPHI IIIeIeBOI mruacparMbl, BIIEPBBIC OII-
CaH KaK IIPUIMHA CTEPOUIPE3NCTEHTHOTO Hedpo-
nueckoro cuHapoma (CPHC) B 2015 roxy Ebarasi ¢ co-
aBT. [1]. ITo manHubIM van den Hurk ¢ coaBT. [2] BbIcOKast
skcnpeccus 6enka CRB2 6buta odHapykeHa B MOYKax,
ceTJaTKe, TOJIOBHOM MO3Te M MEHBIIIe — B IUIALIEHTE, Cep-
1€ ¥ JITKUX, 9YTO CBUIETEIBCTBYET O BEPOSTHBIX MUIIICHSIX
IpU eTo MOTeHIIMaJbHOM TeHeTHUYeCKOM medexre.
Slavotinek ¢ coaBrt. [3] orMeTriu, yto CPHC, BBI3BaH-
HBI moBpexneHneM reHa CRB2, nmeeT Mopdoaormye-
CKMe MMPU3HaKM (hOKaAJTBHO-CETMEHTaAPHOTO TJIOMEPYJIO-
ckiepo3sa (PCI'C) 1 yacTo COMpOBOXIACTCS TTOSIBIICHUEM
KaHaJIBIIEBBIX MUKPOKWCT, YTO MOKET OBITh MHTEPIIPETH -
poBaHO MOpdoJoraMu Kak MPU3HAKA HEDPOTHUIECKOTO
cuHapoMa puHckoro tuma. Takke Slavotinek ¢ coaBsr. [3]
u Lamont ¢ coaBr. [4] onrcany B KaueCTBe SKCTpapeHalb-
HBIX IIPOSIBJIICHUI aHOMAJINY LEHTPAJIbHOM HEPBHOU CH-
CTEeMBI (BEHTPHUKYJIOMETaINSI, HapyIIeHe OTTOKA JIMKBO-
pa, TUITOIIAa3UsT MO3Ke4YKa, KUCTBI MO3Ta M Ip.), KUCTHI
MOYeK, BPOXKAEHHbIE MOPOKH Cep/iLia, I71a3 (AHOMaJIUU CET-
YaTKH, 3pUTEILHOTO HepBa), B-kieTouHy0 TuMboMy 1 T.
1. DddexT ocHOBaTeIsI BIIepBhIe onrcaH Lamont ¢ coaBT.
[4] B oTHOLIEHNN HYKJICOTUAHOTO BapuaHTa c.2400C> G
p.NSOOK >t1oro TeHa y eBpeeB-amKkeHa3u. Ha ceromusi-
HUI IeHb B MUPE U3BECTHBI JINIIb CIMHUYHBIC CITydan He-
(bpoTHyecKoro cMHIPOMa, BEI3BAHHOTO Ae(PEKTOM TeHa
CRB2, a citydau JIeTKOTO Te4eHUs 3a00JieBaHUs Oe3 o~
HOTO HE(PPOTUIECKOTO CMHIPOMA MU MHOXECTBEHHBIX
9KCTpapeHAbHBIX IIPOSIBJICHUI HE OTTICAHEI.

MeTopgbi

Ha 6a3e Hedposornyeckoro oTaeaeHus 1 1adopaTo-
PUM MEAUILIMHCKOM TeHOMUKHU MPOBENCHO PETPO- U IIPO-
CIIEKTUBHOE MCCJIENOBAHNE T€HETUUECKUX MPUYUH TIep-
BuyHoro CPHC, Bkmounsiiee 250 nereit [5]. [TpoTokon
HUCClIeqoBaHusI OB pACCMOTPEH U 0100peH JIOKATbHBIM
He3aBUCUMBIM 3THYecKMM KoMmutetoM OPI'AY «HMUILL
37I0pOBbs AeTei», MpoToKoa Nel6. MudpopmupoBaHHOE
coriacue Ha 06pabOTKY IePCOHANbHBIX JaHHBIX, y4acTHe
B MCCJICIOBAaHUU U IIPOBEICHUE MOJIEKY/ISIPHO-TeHETUYE-
CKOI0 MCCIICA0BAHMS IOAMMCAHO POAUTEIIIMU BCEX Ia-
LIMEHTOB.

BceM netsiM OBLIO TPOBEAESHO MOJIEKYISIPHO-TEHETH -
YeCKOe TeCTUPOBaHUE IyTeM MacCOBOTO MapallieIbHO-
ro cekBeHupoBaHus (NGS — next generation sequencing)
TapreTHbIX obnacteii 200 reHOB, aCCOLIMUPOBAHHBIX C Ha-
CJICICTBEHHBIMM 3200JIeBAaHUSIMU TIOYEK, C UCIOJIH30Ba-
Huem 1argopMbl Miseq (Illumina, CIIIA). O6muii pa3-

Mep TaHeau coctaBwi 0,9 MJIH I1.H., cpeaHsis IyoruHa
MPOYTEHUS TapreTHhIX obsacteil coctaBuia 150X, beuu
HCCIIETOBaHbl 9K30HbI M TTPUJIeXKaIllie MHTPOHHBIE 00J1a-
ctU (10 20 HYKJIEOTUIIOB).

buonHbopmaTrueckuit aHaIM3 BBIMOIHEH C UCTOJb-
30BaHMEM ITporpaMmmMHoro obdecrneueHus Alamut (Interactive
Biosoftware, France). Bce naeHTuduumpoBaHHbIE HYKJI€O-
TUITHBIC BApPUAHTHI KJIaCCU(DUIIMPOBAHBI COTJIACHO PYKOBOMI-
CTBY 110 MHTEPIPETALMK JaHHBIX TToctenoBareibHocTr JTHK
YeJIoBeKa, MOoJyYeHHBIX METOIaMU MacCOBOT'O TIapaJlieIbHO-
r'0 CeKBeHUPOBaHUs [6]. Bce BbISIBIEHHBIE BApUAHTHI, aCCO-
LIMMPOBAHHBIE C UMEIOIIUMCS (DEHOTHUTIOM, BEpU(UIIMPOBA-
HbI ceKBeHUpoBaHUeM 110 CaHrepy. AHAJIN3 XpOMaTOrpaMM
BBITOJIHEH C UCTIOIb30BAaHUEM ITPOTPaMMHOTO 00eCTIeYeHUs
Geneious software, version R10 (Biomatters, New Zealand)
u peepeHcHoI 6a3bl naHHbIX the GenBank Accession.

Pesynbratbl

B obcneqoBaHHOI IpymIe AeTeil MpUYMHHbIE HYKJIe-
OTHIHbIC BAPUAHTHI BBISIBJICHBI Y 66%, a HYKJICOTUIHBIE
BapuaHThl B reHe CRB2 obHapyXeHbl TOJIbKO Y IBYX Je-
teii (0,8%), 4To MOATBEPKAAET PEAKOCTh OITMCAHHOM Ta-
TOJ0TUH (TA0HUIA).

Pebenoxk 1 poxneH oT mepBoii 6epeMeHHOCTU TyTeM
9KCTPAKOPHOPAJILHOTO OII0A0TBOpeHUs . [lebtoT 3ab01e-
BaHUS C BPOXICHHOTO HE(POTUUECKOTO CUHIpoMa (Tie-
pudeprIecKrue oTeKH, IPOTEUHYPUs HePOTUIECKOTO
YPOBHST), apTepUaJIbHOM TUIIepTeH3UHU, TP 00Ce10Ba-
HMU BBISIBJICHBI METaypeTep M MHOKECTBEHHbBIE KUCTHI ITO-
YeK, TakKKe OTMeYasiach 3aepkKa IICUXOMOTOPHOTO pa3-
BUTHUS (HeWpoBU3yanau3alus He TpoBoauiack). [To Me-
CTY KUTEJIbCTBA MTPOTEMHYPHUS paclieHeHa KaK CUMIITOM
peditokc-HedpornaTum, B CBA3U ¢ YeM T000CIeI0BaHe
He MPOBOIWIOCH. Brorcust mouku He BBITIOJHEHA I10 TPY -
YUHE TTepeHeCeHHOI paHee OJIHOCTOPOHHE HepaIKTO-
Muu. JIJaHHBIX O pe3yabTaTaX MOpGhOJIOrMYECKOTO KCClle-
JIOBaHUsI yIAJ€HHOM MOYKU HeT. Y pedeHKa ¢ pOXKAeHUS
OTMEYEHO YMEePEHHOE CHIKeHUE (DYHKITUM ITOYEK IO KITy-
06OYKOBOI1 (PUIIBTpAlIK, HOCUBIIIEE CTAOMIIBLHBIN XapakTep
(COOTBETCTBOBAJIO XPOHUUYECKOI 00JIE3HU TToYeK 2 CTa-
nun) 1o Bo3pacta 3 1. 1 mec., korna pCK® cHusmiach 10
29 mu/mun/1,73 M2,

Y pebeHka 1 BbISIBJIEH TOMO3UTOTHBIN HYKJIEOTUIHBII
BapmaHT ¢.682G> A, p.A228T B rene CRB2 (ponutenin 00-
CJIeOBaHBI U SIBJISIIOTCST HOCUTEIISIMU).

B HacTosimiee BpeMsi peGeHOK TorydaeT HedpoIpo-
TeKTUBHYIO Tepanuio (MAII® — MHTMOUTOPHI aHTMOTEH-
3UHIIpeBpalawIero gepMeHTa), YTo OIHAKO HE MpU-
BeJIO K 3HAUMMOMY CHIKEHUIO TipoTenHypuu. Crepou-
JIbl 1 UIMMYHOCYITPECCUBHAS Tepanus He TTPUMEHSUIUCH
BCJIEZICTBUE paHHETOo AebioTa U 3aBeoMOit uX Headdek-
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ITpumeuyanue: M — Manbuuk, 1 — neBouka, BHC — BpoxaeHHbIi HedpoTudeckuii cunapom, AI' — aprepuanbHas runepteHsusi, @CI'C — dokaibHO

po3, LcA — nukiaocrnopuH A

TUBHOCTHU, a TaKXKe CHUKEHHOW (PYHKITMU MOYEK MO KITy-
00YKOBOI (UIbTpPALMU, YTO SIBISIETCS MPOTUBOMOKA3a-
HUEM K Ha3HAYEeHUIO TaKUX MPEIapaToB, KaK IIMKJIOCHO-
PVIH U TaKPOJIUMYC.

V pebenka 2 ¢ Bo3pacTa 1 roja BbIsIBJI€HA NTEPCUCTU-
pyioias nporenHypus ot 0,16 1o 1 /i1 6e3 runoannoy-
MUHEMUU. Y NeBOYKU HE OTMEYAIOCh apTepUaIbHOMN TH-
MePTEH3UN, CHUKEHUST QYHKIIUU TTOYEK U KaKUX-JTU00
9KCTpapeHabHbIX MposBaeHuii. [IcuxomoTopHOE paz-
BUTHE COOTBETCTBOBAJIO BO3PACTY, KOTHUTUBHBIE (DYHK-
LIMU He cTpagaiu. B Bo3pacte 6 jieT BeIMojIHeHa OGuoTICHst
MOYKU, IO pe3yJbTaTaM MOP(MOJOrMYeCcKOro ucciaenoBa-
HUsT BoIsiBJIeHBI TTpu3Haku @CI'C 6e3 BeIpaXXeHHOTO Ty-
OyJIOMHTEPCTUIIMATIBHOTO (DUOpo3a 1 aTpodUur KaHAIb-
1IeB. YUUThIBasi OTCYTCTBUE MPU3HAKOB HEPPOTUUECKOTO
CHUHIpPOMA, OT IPOBEACHUS CTEPOUIHON 1 UMMYHOCYIIpEC-
CHUBHOMI Tepamnuu ObLIO PEIIeHO BO3AepKaThCs, HayaTa He-
(bpomnpoTeKTUBHAS M aHTUIIPOTEMHYpUUYECKas Teparms
dosuHOMIPpIITOM B 03¢ 0,2-0,3 Mr/KT/cyTKu. [1pm ouepen-
HOM ILJTaHOBOM 00cjienoBaHMM B Bo3pacte 10 Jiet mo pe-
3ynbTataM Y3 U BBISBICHBI METKUE MEAYJISIPHbBIE KUCThI
(3-6 mM). K 13 rogam nporerHypHsi Hapocia 10 Hedpo-
TUYECKOTO JUaIa3oHa, B CBSI3U C YEM C MOAOLIUTONPOTEK -
TUBHOW 1LIEJIbIO OBLIIO MIPUHSITO PELICHKE O MOMBITKE Tepa-
MUY TUKIJIOCTIOPUHOM B cyOTeparneBTuYecKoit no3e. B Te-
YyeHMe rofa Ha (hOHe Teparuy CHIKEHUS TTPOTeUHYPUM
He ToJIydeHo (CyTouHas motepst 2,2 r/cytku, 1,19 r/m?).

B Bo3pacTe 13 jeT npoBeneHO MOJEKYJASIpHO-Te-
HETUYEeCKOoe MCCledoBaHue, MO pe3yabTaTaM KOTOpPO-
ro OBbLIM MACHTU(OUIMPOBAHBI HYKJICOTHUIHbIC BapUaH-
Thl ¢.3449G> A, p.C1150Y vt ¢.35594> C, p. T1187P B 5K~
30Hax 11 1 12 B KOMMayHI-TeTePO3UTOTHOM COCTOSIHUU
BreHe CRB2 (ponuTesiv TakKe SIBJISIIOTCS HOCUTEISIMU Te-
TEPO3UTOTHBIX BapuaHTOB). B HacTostiee Bpemst (16 yet)
Yy AE€BOUYKM COXpaHsIETCS MPOTEUHYPUsT HEPPOTUUECKO-
ro ypoBHs (2,2-3 1/11) 6€3 rUIoaJTb0yMUHEMUY U THUIIE-
pasotemun (pCK®D 110 mi/MUH, KpeaTUHUH CHIBOPOT-
K1 46 MKMOJIb/J1), pa3Mepsl KUCT 4-13 mM. [TombiTKa Jie-
YEHMUS LIMKJIOCTIOPHOM A B TeueHue 13 MecslieB oka3aiach
Hea(HEeKTUBHOIA.

O6cyxpeHne

Ha nacrosiuiuiit MOMEHT UMEIOTCS JIUIIb EAMHUYHbIE
COO001IEHUST 0 HEPPOTUUECKOM CUHAPOME, BHI3BAHHOM
HYKJICOTUAHBIMU BapuaHTaMu B reHe CRB2, u He onu-
CaHO HY OTHOTO cJiyyasi 6€3 a3KCTpapeHaIbHbIX MTPOSIBIIE-
Huii [1—4]. B Halieit craTbe Mbl MPEICTaBUIN JBOUX JIE-
Teil ¢ KapAMHAJIbHO Pa3HbIM T€YEHUEM HEDPOTUUECKO-
ro CUHIpPOMa, BbI3BAaHHOTO MyTauusiMu B reHe CRB2.
Y Manpuyrka OTMeUYarTCs TUITMYHbIE TPU3HAKU 9TOM re-
HeTUYecKoil marosnoruu [4], a y 1eBOYKU MPOTECUHYPUSI
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Y KUCTHI TTOYEK BBISBICHBI JIUIIb B TOAPOCTKOBOM BO3-
pacTe, 4To paHee He Obl1o onucaHo. Kpome Toro, oTcyT-
CTBUE MTPOrPECCUPOBAHUST XPOHUYECKOI OOJIE3HU TTOYEK
Yy J€BOYKM HETUITMYHO U aeT OCHOBAaHMSI 00CIeA0BaTh
Ha BapuUaHTbl B 3TOM I'€He IeTeli C OTHOCUTEJIbHO OJ1aro-
MPUSITHBIM TeUYEHHEM 3a00JeBaHUs. Y CIEUIHOIO OIbI-
Ta MPUMEHEHUSI UMMYHOCYIIPECCUBHOU Tepanuu y TOu
TPYIIBI AETEN HET, OMHAKO MPUMEHEHNEe CyOTepaneBTH -
YeCKUX 103 MHI'MOUTOPOB KaJbIIMHEWPUHA C MOIOLIUTO-
MPOTEKTUBHOM 11eJIbI0 B CBSI3M C JIOKayjM3alueir oeaka
MOXKET OBITh OIpaBIaHO.

Hu onuH 13 oOHapy>XeHHBIX HAMU HYKJIECOTUIHBIX
BapMaHTOB paHee He ObLI OoMucaH B MpodecCuoHallb-
Hoii 6a3e manHbIx HGMD. Bapuanr ¢.682G> A, p.A228T
BCTPEYaeTCs B MOMYJISIIUOHHBIX UCCAEAOBAHUSIX C YACTO-
toit 0,0055%. Tlporpammbr Alamut Visual. B cooTBeTcTBINM
¢ moaynsamu Sift, Polyphen-2 u Mutation Taster onieHu-
BAIOT BBISIBJICHHbIE BapUaHThI Kak rmatoreHHbie. Cornac-
HO [6], oHU KTaccHUIIMPOBaHbl KaK BEPOSITHO IMaTOTEH-
HBIE BapMaHTHI [6].

Takum o6pa3om, Oyayuyu Ype3BblYaiHO PeaKOU ma-
TOJIOTMel, HepPOTUUECKUIT CUHAPOM, BhI3BAHHBIN MyTa-
usiMu B reHe CRB2, nMeeT 3HAaUUTENbHYI0 KIIMHUYECKYIO
BapuadeJIbHOCTb U MPUBOIUT K CHUKEHU IO DYHKIIUU TT0-
YeK BCJICICTBUE MEPCUCTUPYIOLIEH TPOTEUHYPUU U KUCT
nouek. Hanuuue omnpeneneHHoOro ¢beHOTUIIa TOMOTaeT
B IMArHOCTHUKE JINIIIb B HEKOTOPBIX CIyYasiX, B TO e Bpe-
MsI HYKJI€OTUIHbIe BapuaHTbl CRB2 MOTYT ObITh HEOXU-
JaHHBIMM HaXOIKaMU MPU MOJIEKYISIPHO-TeHETUYECKOM
TeCTUPOBAHUU, PEKOMEHIOBAHHOM [IJIsI BCEX MallMEHTOB
C IMPOTEUHYPHUEH.

Jintepatypa

1 Ebarasi L., Ashraf' S., Bierzynska A., Gee H.Y., McCarthy H.J., Lovric
S., et al. Defects of CRB2 Cause Steroid-Resistant Nephrotic Syn-
drome. Am J Hum Genet. 2015;96(1):153—61.

2 vanden Hurk J.A.J.M., Rashbass P., Roepman R., Davis J., Voesenek
K.E.J., Arends ML, et al. Characterization of the Crumbs homolog 2
(CRB2) gene and analysis of its role in retinitis pigmentosa and Leb-
er congenital amaurosis. Mol Vis. 2005

Slavotinek A., Kaylor J., Pierce H., Cahr M., Deward S.J., Schneid-
man-Duhovny D., et al. CRB2 mutations produce a phenotype re-
sembling congenital nephrosis, Finnish type, with cerebral ventricu-
lomegaly and raised alpha-fetoprotein. Am J Hum Genet. 2015 DOI:
10.1016/j.ajhg.2014.11.013

Lamont R.E., Tan W.-H., Innes A.M., Parboosingh J.S., Schneid-
man-Duhovny D., Rajkovic A., et al. Expansion of phenotype and ge-
notypic data in CRB2-related syndrome. Eur J Hum Genet.
2016;24(10):1436—44.

Milovanova A.M., Pushkov A.A., Savostyanov K. V.., Zrobok O.1.,
Vashurina T.V., Ananin P.V., et al. A study of genetic causes of con-
genital and infantile nephrotic syndrome in children of Russian Fed-
eration. Nephrol Dial. 2020 DOI: 10.28996,/2618-9801-2021-1-57-72
Pookkona O.I1., Kapasimon O.J1., ITpoxopuyk E.B. u 1p. PykoBoncrtso
10 MHTepIpeTalMK TaHHBIX TTocenoBarenbHocTh JIHK yenoBeka,
MOJTyYEHHBIX METOIAMH MAaCCOBOTO MapalIeIbHOrO CEeKBEHUPOBAHMST
(MPS) (penakuus 2018, Bepcus 2). MeduyuHckas eeHemuxa.
2019;18(2):3-23. https://doi.org/10.25557/2073-7998.2019.02.3-23

References

Ebarasi L., Ashraf S., Bierzynska A., Gee H.Y., McCarthy H.J., Lovric
S., et al. Defects of CRB2 Cause Steroid-Resistant Nephrotic
Syndrome. Am J Hum Genet. 2015;96(1):153—61.

van den Hurk J.A.J.M., Rashbass P., Roepman R., Davis J., Voesenek
K.E.J., Arends ML, et al. Characterization of the Crumbs homolog 2
(CRB2) gene and analysis of its role in retinitis pigmentosa and Leber
congenital amaurosis. Mol Vis. 2005

Slavotinek A., Kaylor J., Pierce H., Cahr M., Deward S.J.,
Schneidman-Duhovny D., et al. CRB2 mutations produce a
phenotype resembling congenital nephrosis, Finnish type, with
cerebral ventriculomegaly and raised alpha-fetoprotein. Am J Hum
Genet. 2015 DOI: 10.1016/j.ajhg.2014.11.013

Lamont R.E., Tan W.-H., Innes A.M., Parboosingh J.S., Schneidman-
Duhovny D., Rajkovic A., et al. Expansion of phenotype and genotypic
data in CRB2-related syndrome. Eur J Hum Genet.
2016;24(10):1436—44.

Milovanova A.M., Pushkov A.A., Savostyanov K. V.., Zrobok O.I.,
Vashurina T.V., Ananin P.V., et al. A study of genetic causes of
congenital and infantile nephrotic syndrome in children of Russian
Federation. Nephrol Dial. 2020 DOI: 10.28996/2618-9801-2021-1-
57-72

Ryzhkova O.P., Kardymon O.L., Prohorchuk E.B., et al. Rukovodstvo
po interpretatsii dannykh posledovatel’nosti DNK cheloveka,
poluchennykh metodami massovogo parallel’nogo sekvenirovaniya
(MPS) (redaktsiya 2018, versiya 2) [Guidelines for the interpretation
of massive parallel sequencing variants (update 2018, v2)].
Meditsinskaya genetika [ Medical genetics] 2019; 18(2): 3-24. (In Russ.)
https://doi.org/10.25557/2073-7998.2019.02.3-24.

MEOVNUNHCKAA TEHETUKA. 2021. N212

61



