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PEDEPAT

[aHHble nnTepaTypbl CBUOETENLCTBYIOT: B Pe3ynbTaTe AOCTUXEHNA MEOULIMHCKOM FrEHETUKM YCTAHOBJIEH NATOreHe3 CTepon-
[OPE3NCTEHTHOIO N30IMPOBAHHOIO M CUHAPOMAJIbHOrO HEPPOTUYECKOrO CMHAPOMA Y NeanaTpu4ecknx 1 B3pOCHbIX naum-
eHTOB. KNnHMKo-reHeTnyeckne 0CoH6EHHOCTM HACNEACTBEHHOrO N30IMPOBAHHOIO UAN CUHAPOMAIbHONO HEPPOTUYECKOrO
CUHApOMA Yy NeanaTPUYeCKMX U B3POCbIX MaLMEHTOB 00YCNOBAEHbI MyTaLMSIMUN FTEHOB, KOAMPYIOLLMX OCHOBHbIE KOMMOHEHTbI
rnomepynspHo 6a3anbHO MeMOpaHhl, LWenesol anadparmMbl, CTPYKTYPHblE 1 PyHKUMOHANbHble 6eskm nogoumTa. YcTaHas-
JINBAIOT KJIMHNYECKNE NPOSIBAEHNS MPU HACNeACTBEHHOM HE(DPOTUYECKOM CUHAPOME Y NeAmnaTPUYECKMX 1 B3POCTbIX NaLm-
eHToB B Bo3pacTe oT 0 oo 70 neT, nporpeccrnpoBaHme B TEPMUHASIbHYIO MOYEYHY0 HEA0CTaTOYHOCTb OT 5 Mec go 75-80 neT B
3aBUCMMOCTU OT MrEHETUYECKNX U KIIMHNKO-MOPGDOSIOrniecknx ocobeHHocTen. MonekynsipHo-reHeTn4eckoe UccrenoBaHme
npv CTEPONAOPE3NCTEHTHOM U30JIMPOBAHHOM 1 CUHOPOMAsIbHOM HEDPOTUHECKOM CUHAPOME, NMPOBEAEHHOE A0 HAaYana un-
TOCTaTUYECKOM Tepanum 1 6MONCUM NOYKM Y NEAMATPUHECKNX U B3POCIIbIX NALMEHTOB, UMEET BaXKHOE KIIMHNYECKOE 3HAaYeHMe
ONs NPUHATUS PELLEeHNA O LenecoobpasHOCTM BUONCKMM NMOYKU Y UIMMYHOCYMPECCUMBHOM Tepanuun, OLEeHKM CKOPOCTU NMpo-
rPeccUpoBaHNS B TEPMUHANIBHYIO MOYEYHYIO HEA0CTAaTOYHOCTL, BbiIBOpa UMMYHOCYNPECCUBHOM Tepanuu nepes TpaHcnaaH-
Taumen noykun. Ctosilas nepen oTe4ecTBeHHoM Hedporormen npobnema paHHel AnarHoCTUKN HaceaCTBEHHOIO N30JIMPO-
BaHHOMO N CMHAPOMAaNbHOr0 HEDPOTUYECKOrO CUHAPOMA Y NeanaTpUHeCcKnX 1 B3POCIbIX NaLMEHTOB AOJIXKHA ObiTh pelueHa
nyTemMm BHeApPeHNs B HEDPONOrnYeCcKyto NPakTUKy MOSIEKYIIPHO-FEHETUYECKOr0 TECTUPOBAHUS.

KnioueBble cnoBa: HacnenCTBEHHbIM N30NMPOBAHHbBIA U CUHAPOMAIbHBI HEPPOTUYECKUI CUHOPOM, CTepOVa0HYBCTBN-
TENbHbIN N CTEPOUNAOPESNCTEHTHLIN HEDPOTUYECKNIA CUHOPOM, FEHETUYECKOE UCCnenoBaHne, 4eTn 1 B3pocsble
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ABSTRACT

Literature data indicate that as a result of achievements in medical genetics, the pathogenesis of the development of hormone-
resistant isolated and syndromal nephrotic syndrome in pediatric and adult patients has been established. Clinical and genetic
features of hereditary isolated or syndromal nephrotic syndrome in pediatric and adult patients are caused by mutations of
genes encoding the main components of the glomerular basal membrane, slit diaphragm, structural and functional proteins
of the podocyte. Clinical manifestations of hereditary nephrotic syndrome in pediatric and adult patients aged 0 to 70 years,
progression to terminal renal failure from 5 months to 75-80 years, depending on genetic and clinical and morphological fea-
tures, are established. Molecular Genetic testing in steroid-resistant isolated and syndromal nephrotic syndrome conducted
before the start of cytostatic therapy and kidney biopsy in pediatric and adult patients is of important clinical significance for
making decisions about the feasibility of kidney biopsy and immunosuppressive therapy evaluating the rate of progression to
terminal renal failure, and choosing immunosuppressive therapy before kidney transplantation. The problem of early diagnosis
of hereditary isolated and syndromal nephrotic syndrome in paediatric and adult patients facing domestic nephrology should
be solved by the introduction of molecular genetic testing in nephrological practice.

Keywords: hereditary isolated and syndromal nephrotic syndrome, steroid-resistant and steroid-sensitive nephrotic syn-
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HacnencrBenHblit  He(pOTHYECKHIA  CHHIPOM
(HC) saBnsieTcs oOmieit mpoOnemMoii mieauaTpuu, He-
¢ponorun, reHeTHKH. B pesynbrare reHeTmueckux
HCCIIEIOBaHUH, IPOBEIEHHBIX B KOHIE XX U Havase
XXI Beka, MpUBEACHO JOKA3aTeIbCTBO HACIIEICTBEH-
HOW TpUpPOIbl B OOJIBLIIMHCTBE CIIy4acB T'OPMOHO-
pesucrenTHoro HC y meauaTpuieckux M B3pOCIBIX
MAIMEHTOB.

Lenpro 00630pa ABISAIOTCS 00001IIEHIE MMEIOTITIX -
Csl B IUTEpaType CBEICHUH O KIMHUKO-TeHETHUECKUX
ocobeHHocTsIx HacneactBenHoro HC, pacmmpenue
MpeACTaBICHUs IEANAaTPOB U HE(POIOToB O TCUCHNUH,
ucxone HacienacrseHHoro HC y nmanueHToB AETCKOro
1 B3pOCIJIOTO BO3PacTa.

B nHayuHOIl M KIMHMYECKON MeIUaTpUuecKOr He-
(posoruy HaCTyNnMIa S10Xa MEIUIIMHCKON TeHETHKH.
Ha ocHoBaHuM n3y4yeHus: MyTaluii TEHOB U peasin3a-
UM TIOJy4eHHOW MH(pOpPMaMK OT T'eHa — K KJIMHU-
YECKOMY NPU3HAKY OMHUCAHBI KITMHUKO-TCHETHUECKUE
0COOCHHOCTH HACJIEICTBEHHOTO HM30JIMPOBAaHHOTO
n cunapomanbHoro HC y nmereit, o0yciaoBiIeHHOro
MYTalUsIMA T€HOB, KOIUPYIOLIMX OCHOBHBIE KOMIIO-
HEHTHI KITyOOYKOBOTO (pHibTpa: TIIOMepyIsIpHOU Oa-
3anpHOM MeMOpanbl (I'BM), mieneBoit auadparmsi,
CTPYKTYpHbIE M (PyHKIMOHAJIbHbIC OCJIKH MOJOLUTA
[1-5].

BonpmmHcTBO MyOIMKaUUil MOCIEAHUX JIET IO0-
CBSIIICHBI U3YUYCHHIO TEHOTHI-(DEHOTUIT KOPPETISLIH-
saM npu MmoHoreHHoM HC, o0yciioBiIeHHOM NpHUCYT-
CTBHEM MYTAIlMil B OTHOM I'€HE, Y NeAUaTPUICCKUX
ManueHToB. B pesynprare BBIABICHUS MYyTalUH
ICHOB, KOJUPYIOIINX OCHOBHbIC KOMIIOHEHTHI BHE-
kiieroyHoro marpukca ['BM u meneBoit muadpar-
MBI, CTPYKTYPHBIX U (YHKLHOHAJIBHBIX OCJIKOB I10-
JOLUTAPHBIX KIETOK, MojlyuyeHa (yHIaMeHTaIbHas
nHpopMalMs O TaTOreHe3e CTEPOUI0PE3UCTEHTHO-
ro HC y nereii. BoisiBiena BapnabenbHOCTD KIMHU-
yeckoro ¢genoruna npu monorennom HC y nereit
[1-6].

Pexxe mpenMeToM criennanbHOrO 00CYKICHUS SIB-
nsuicst HacneacTBeHHbld HC y B3pocibIX NalnueHToB
[1,5,7,8].

O. Boyer, K. Tory, E. Machuca and C. Antignac
(2016) [1] c yueToM HaHHBIX IIUTEPATyphl U pe-
3yJAbTaTOB COOCTBEHHBIX HCCICIOBAaHUNA Xapakre-
PHU3YIOT OCOOCHHOCTH ayTOCOMHO-PELECCUBHOTO U
ayTOCOMHO-TOMUHAHTHOTO U30JUPOBAaHHOIO U CHH-
apomanbHOro HacneactseHHoro HC ¢ tunmgHoH
TUCTOJIOTHEH, MyTauuel IreHa, Bo3pacTa K Haday
KIMHUYECKUX NPOSBICHUA W HCXOLYy B XpOHHYE-
ckyto Oonesnb nouek (XBII) y nmereit u B3pocabIx.
S. Weber (2016) [5] mpencraBisieT TeHETUYECKUE
HapyeHus npu ropmonopesucrenTnoM HC ¢ pan-
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HUM U MTO3JHUM HAdajoM y MAI[UEHTOB B JETCKOM U
B3pocioM Bo3pacte. OrieHka TeHOB MeHIeIeBCKOTO
HC nna nokaszartenbcTBa amieneid puUCKa WU OJU-
TOTEHHOCTH, KOTOPbIe OOBSICHSIOT HACIEIyeMOCTh,
obuta mposenena The Nephrotic Syndrome Study
Network (NEPTUNE) y 300 mariueHTOB ¢ MOHOT'€H-
ueiM HC, u3 Hux 98 geteii [7]. O. Boyer, G. Dorval,
A. Servais (2017) [8] B 0030pe auTeparypsl Moka-
31 0COOCHHOCTH MO0 TONATHI Y B3POCIBIX Ta-
IUEHTOB.

Online Mendelian Inheritance in Man (OMIM)/
MeHnieneBcKkoe HaclleJJOBaHHE y YeJoBeKa. An on-
line Catalog of Human Genes and Genetic Disor-
ders/ 37eKTPOHHBII KaTaJor TeHOB W TEeHETUYECKHUX
3aboneBaHnii — oOmenoCTymHAs 0a3za, WUMeeT OT-
KPBITBIH JTIOCTYII, IIUPOKO BOCTPEOOBAH YUYCHBIMU U
MPAKTUKYIOMIMMH HE(QPOIOTaMH TOTOMY, 4TO TIPEJI-
CTaBIsieT MH(OpPMANHMIO O TEHaX, OTBETCTBEHHBIX
3a pa3BUTHE HACIEJICTBEHHOTO HW30JIMPOBAHHOIO U
cunapomanbaoro HC, u xapakTepucTtuky (GpeHOTH-
na. ['eHsl 1 peHorun 0603HaYeHBI TI0 HOMepaM [4].

B nenuarpuyeckoit HeporIoruM MPUHATO OMpe-
nenste HC y nerell kak CUMITOMOKOMILIIEKC, BKJIO-
yaroiuit mporeunyputo 1 r/m?/cyt wmu 40 mr/m*/4 (y
B3pPOCIIBIX TMAIUEHTOB 3 T/CyT), THNIOATHOyMUHEMUIO
<25 1/11, THNIEPNIUIEMHIO, OTEKH TTeprdepruIecKue,
MIOJIOCTHBIC U CTETICHU aHacapku. B meamarpuueckoi
He(pOJIOTHH TI0 OTBETYy HAa CTEPOUIHYIO TEpPaIuio
npuHATO BBIAEIATE HC ropMOHOYYBCTHUTENBHBIN
(HOpManmM3aIys aHalIM30B MOYHM W HACTYIUICHHE pe-
MUCCHH B T€UCHHE 8 HeJ CTaHAapTHOW MpPEeIHH30-
JIOHOTEpAnuu B 03¢ 60 Mr/M%/cyT wiu 2 Mr/Kr/cyT),
TOPMOHOPE3UCTEHTHBIN (OTCYTCTBYIOT HOpMaH3a-
IIUsl aHAJIM30B MOYM U PEMHUCCHs B TEUYEHHUE & Hell
CTaH/IapPTHOH TepeHU30I0OHOTEpanuy B 03¢ 60 Mr/
M2/CyT WK 2 MI/KT/CYT).

HC Bcrpeuaercs ¢ yactortoit 2—7 na 100 000 ne-
Tel nepsoro roga xxu3Hu U 16 va 100 000 mereit no
16 met [1-3, 5].

Hacnenctsennsiit HC y neteii nposiBisieTcst u30-
JUPOBAHHBIM CHMIITTOMOKOMILIEKCOM TIPU TIepBUY-
HOM 3a0OJIeBaHUU COOCTBEHHO ITOYEK WIJIM CHUHJPO-
ManbHbIM HC B CTPyKType peaKoro HacieICTBEH-
HOTO 3a00JIeBaHUS C TOPAXKEHHEM APYTUX OPraHOB
u cucreM [1-10]. DnuneMuonorus ¥ NaroreHes Ha-
cnencreenHoro HC y nereil ¥ B3pOCHBIX aKTHUBHO
uzydatorcs. [lo maHHBIM JIHUTEpaTyphl, KIMHHYECKUES
nposiBieHus rpu HacneactBeHHoM HC manmdectn-
PYIOT y MAIUEHTOB KaK B JAETCKOM, TaK U B3POCIOM
Bo3pacte [1-8]. ¥V gereil u B3pOCHBIX MAIUEHTOB C
HaciercTBeHHbIM HC, Kak mpaBuiio, yCTaHABIUBAIOT
CTEPOUIIHYI0 PE3UCTEHTHOCTh, PEXKE CTEPOUTHYIO
YyBCTBUTENBHOCTH [ 16, §].
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W3onuposannslii 1 cunapomanshsiii HC y nereit
MEPBOro ToAa KIACCU(PHULUUPYIOT KaK BpPOXKICHHBIH
HC, manudectupyomuii ¢ MOMEHTa POXICHUS 10
3 mec xu3HHU, 1 nHGaHTHIBHBIN HC, nposiBisttomuii-
ca ¢ 4 mec 10 12 mec [2].

CTeponaiHyI0 PE3UCTEHTHOCTh Yy AETEH IMEepBOro
roja *u3HH ¢ nzonupoaHHbM HC auarnoctupyor
B 66% ciy4aeB, MyTallMOHHBI CKPUHHMHI BBISBIIS-
et mytauuu renoB NPHS1, NPHS2, WT1, LAMB2,
PLCEI, LMXI1B, TRPC6, ACTN4, ADCK4, COQ2,
COQ6, COQI10 [1-6, 10]. MyTallMOHHBIH CKPUHUHT
npu BHC y nereit B Oonee 75% ciydaeB BbISBIISA-
eT MyTanuu B ogHoM u3 5 reHoB: NPHSI, NPHS2,
WTI1, LAMB2, PLCEI1 [1-6, 10, 11].

[To manubiM A. Trautmann et al., PodoNet perun-
ctpa [10], y 1655 nereli maHuecTupoBan crepou-
nopesuctenTHbI HC B nepBble 5 et xusHu B 64 %,
BHC B 6%. MyTauuoHHBIN CKPUHUHI, NPOBEIECH-
Hblil y 1167 nereit, BoisiBua B 23,6 % MyTaluu reHOB
NPHS2 (138), WT1(48), NPHS1(41).

Yacrora CTEPOMAHON PE3UCTECHTHOCTH H MY-
TAllMOHHOTO CKPUHHMHTA Y B3POCIBIX MAaLUCHTOB C
MoHorenHslM HC wu3yuaercs. O030p nuTeparypsl,
npenctasineHHslii O. Boyer, G. Dorval, A. Servais
(2017) [8], cocpemoTodeH Ha TEHOTHUN—(EHOTHUIT
KOPPEISLUSIX IPU MOHOT'CHHBIX IMOJOIHUTONATHSIX Y
B3pPOCIBIX MAallMEHTOB. ABTOPHI NOAYEPKUBAIOT, YTO
CIHMCOK I'€HOB, MYTHPOBABIIMX HPU HACIECICTBECH-
HBIX TOJOLMTONATHUSIX, HOCTOSHHO IOMOJHACTCSA M
Ha CETONHAILIHUUA HeHb HacuuThiBaeT Oosee 40 re-
HOB [8].

R. Preston, H. Stuart, R. Lennon (2019) npuBonst
4acTOTy MyTalMi MOAOLMT-aCCOLNUPOBAHHBIX MPO-
TenHoB B 30 % crepounopesucrentHoro HC y nereit
[3]. Ilo maHHBIM MUTEpaTyphl, 60ee S0 MOHOTEHHBIX
MYTalii OTBETCTBEHHBI 32 Pa3BUTHE CTPOUAOPE3U-
crentHoro HC y nereii n B3pocinsix [1-8].

[lo maHHBIM JTUTEPATYpbI, BO3PACT MALMEHTOB K
MOMEHTY MEPBBIX KIMHUUYECKUX MTPOSIBICHUN Hace -
ctBeHHOro HC coctasnsier ot 0 5o 70 1et, K MOMEHTY
nporpeccupoBanust Hacieactsennoro HC B tepmu-
HaneHyto [TH — ot 5 mec no 75-80 ner [1-6, 8]. Cre-
pougope3ncTeHTHbIN HacneacTBeHHslld HC xapakre-
pHU3yeTcs MEAJICHHBIM MM OBICTPBIM MPOIPECcCCHpPO-
BaHHEM B TEPMHHAJbHYIO IOYCYHYIO HEI0CTaTOu-
HocTh (IIH) y manueHToB B AETCKOM MM B3POCIOM
Bozpacte [1-6, 8, 10]. CkopocTh nmporpeccupoBaHus
B TepMuHanbHyto ITH y neteil u B3poCibIX 3aBUCUT
OT TEHETHYECKMX U KIMHHUKO-MOP(OIOrHuecKux
0COOCHHOCTEH HACJEICTBEHHOIO HM30JIMPOBAaHHOTO
umu cu"apomansaoro HC [1-6, §].

AYTOCOMHO-pelleCCUBHbIH W ayTOCOMHO-
JOMMHAHTHBIN CTEPOHI0PE3UCTEHTHbIN U CTEPOU-

J04yCTBUTE/IbHbIH H30/IMPOBAHHBII HeppoTHYE-
CKHH CHHAPOM

Hedgporuuecknii cungpom (NPHS1) Bcaen-
crBue mytauuii resa NPHS1 (MIM 256300)

I'en NPHS1 (MIM 602716), nokanu30BaHHbBIN Ha
xpomocome 19q13.12, xomupyeT HedpUH-TIABHBIH
KOMIIOHEHT IMIeJeBOM auadparMel KIyOOYKOBOTO
¢unprpa [1-6, 10, 11]. H. Jalanko, C. Holmberg
(2016) ormeuarot, uyTo U3BecTHO Oosiee 250 MyTanuit
rena NPHSI [2]. Auarnoctupytor HC y neteit ot 0
J0 10 net, yamie y HOBOPOXKJEHHBIX C OTEKaMH CTe-
[IEHU aHACapKH, IPOTEUHYPUEH U reMaTypueil. Ycra-
HaBJIMBAIOT TNPU TUCTOJIOTMYECKOM HCCIEIOBAHUN
noueunbix OuonrtaroB OCI'C wmnm MuUHUMaIbHBIC
WU3MEHEHMs, TIPU JIEKTPOHHOM MHUKPOCKOIHUHU C MM-
MYHOTHCTOXUMHUYECKHUM HCCIIEI0BAaHUEM OTCYTCTBHE
JKCTpeccuy HeprHa B IIeJIeBOW Tuadparme u 4et-
KOH Bu3yanm3auuu (unameHToB auadpparmsl [1-3,
5-10].

I'ecto3 OepeMeHHBIX, MPEKACBPEMEHHBIE POBI,
BBICOKHI YpOBEeHb anb(a-heTonporenHa B Mare-
PUHCKOM KpPOBM M aMHUOTHYECKOM KHUJKOCTH, MpPH
poxieHun pebeHka OobIiias OTeuHas riameHTa (25—
50% Maccel Tera HOBOPOXKIAEHHOTO), OKPALIECHHBIE
MEKOHHEM OKOJIOIUIOJIHBIE BOABI, IPOTEUHYPUs, OTe-
KU SIBJSIFOTCSL XapaKTEPHBIMUA OCOOCHHOCTSIMH BpPOXK-
neaHoro HC ¢uHCKOrO THMa BCIIEACTBUE MYTallUH
resa NPHS1 [1, 2, 6, 10, 11]. Myrtauusa rera NPHS1
ABJsIeTCsl HanOoJee YyacTol Cpely MeAuaTpUIeCKuX
nanuenToB ¢ HC [1-3, 5, 6, 10, 11]. ITomumo yacThix
BapuaHToB MyTauuu rera NPHS1 ¢ manudecranueit
BHC u UHC, ne6rot ayrocomuo-perieccuBaoro HC y
netelt Bectpevaercs qo 10 et [1-3, 5, 6, 10, 11]. Bos-
pacT aereit Kk MoMeHTy nporpeccupoBanust HC B tep-
muHaneHyto [IH cocraBnser ot 5-7 mec no 15 ner
[1-3, 6].

Hedgporuuecknii cunagpom (NPHS2) Bceaen-
crBue mytanuii resa NPHS2 (MIM 600995)

I'en NPHS2 (PDCN MIM 604766), kapTupoBaH-
HBIHA Ha Xpomocome 1g25.2, kopupyeT NoAOLUH- UH-
TerpajbHbIii MEMOpaHHBIH OENOK, y4acTBYIOIIUHN B
CTPYKTYPHOH OpraHu3aly IIENeBOH Auadparmel,
COCAMHSICT KOMIIOHEHTHI IIEJIEBOW JIuadparmMbl H
LUTOCKeNeTa HOXKeKk momonurta [1-6]. JleOroT u3o-
mupoBa"Horo HC, o6yciioBlIeHHOT0 MyTallusIMU I'eHa
PDCN, Bo3Hukaer y aereil ¢ poxkaeHusi no 10 met
[1-6]. MyTauunu rena PDCN oOHapyXHuBatoT y aeTeit
npu BpoxaeHHoM HC, mposiBisitonuMcest ¢ MOMEHTa
POXIEHHS 10 3 MECSUEB KU3HU, U WHPAHTUILHOM
HC, Bo3nukaromiem ¢ 4 10 12 mec. Mopdonoruueckue
M3MEHEHUSI KJIacCUPUINPYIOT KaK MUHUMaJIbHbIC U3~
Menenus, @CI'C [1-6, 8]. Myrtauuu rera PDCN BbI-
3BIBAIOT AyTOCOMHO-PEIECCUBHYIO (OPMY CeMeiHHO-
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ro HC ¢ ®CI'C [1-6, §]. M3BecTHBI cirydan CTEPOH-
Jo4yBCcTBUTENbHOTO Bapuanta HC ¢ MUHUMAaIbHBIMU
m3meHeHusmu [1-3]. ¥V nereii ¢ HC, o0ycrioBiieHHBIM
MyTanuamu rena NPHS2, ormedaror yacTHUHYIO WiIH
MOJHYI0 YyBCTBUTEJIBHOCTD K TE€PaIluy NpPeIHU30II0-
HOM WM uukiocnopunom [1-5, 8]. Bospact nereit
U B3pOCJBIX MAllMEHTOB CO CTEPOUIOPE3UCTCHTHBIM
HC BcrienctBue myTarum resa NPHS2 (PDCN) k mo-
MEHTY pa3BuTHs TepMuHanbHou [TH cocrasmsier ot 2
1o 50 net [1-3, 8].

Hedppornuecknii cungpom (NPHS3) Bcaen-
crBue myranuii resa PLCE1 (MIM 610725)

I'en PLCE1 (MIM 1608414) xapTupoBaH Ha Xpo-
Mocome 10q23.33, kommpyromuii phospholipase C
epsilon 1/docdonunazy C epsilon 1, sxcmpeccupo-
BaHHYIO B nojgouurax [1-6, 12]. B pe3ynprare myTa-
nuu rera PLCE1 akcnpeccus mogonyHa u HepprHa
B 1meneBoil auadparme ymeneinaercs [1-6, 12]. Tun
HacnenoBanuss HC ayTtocomHo-penieccuBHbiil. Bo3-
pact zeTeil K Hauany KIMHUYECKUX MPOSIBICHUN H30-
nuposanHoro HC Bcaencreue mytauuu resa PLCE]
or 0 mo 8 met [1-6, 10, 12]. Mopdonorudeckue u3-
menenus mpu BHC u MHC xapaxrepusytoT kak aug-
¢y3HbII Me3aHTHanbHeli ckiaepos (AMC) nm @CI'C
[1-6, 10]. IIpu BHC ¢ AMC anbda-deronporent He
MOBBIIIACTCS B MaT€pPUHCKOM KPOBM M aMHUOTHYE-
CKOH >KHIKOCTH, IUIALICHTA MPU POXKICHUN peOCHKa
He oreuHas [1-6, 12]. Hacnencreennsiit HC ¢ IMC
nnn ®CI'C, obycnosnennsiit mytauueii rena PLCE],
y AeTell XapakTepu3yeTcsi YaCTUYHOW 4yBCTBUTEIIb-
HOCTBIO K MIMMYHOCYIIPECCUBHOM TEpaIiy ¢ COXpaH-
HOM (yHKIMEH TOYEK UITH TOPMOHOPE3UCTEHTHOCTHIO
[1-6, 12]. IIpu ropmonope3uctenTHOM HC pa3Butne
tepMuHanbHOU [TH KoHCTaTHPYIOT Y AeTeil B Bo3pac-
Te oT 5 mec g0 12 ner [1].

Hedporuvecknii cuHapoM BcJieACTBHE MYTa-
uuii rena CRB2 (MIM 609720)

I'en CRB2, kapTupoBaHHBII Ha XpOMOCOME
9q33.3, xogupyet npotens Crumbs homolog protein
2, OKCIIPEeCCUPOBAaHHBIN B IIeNIeBOi quadparme [ 1-4,
13]. M3omuposannsiit HC ¢ ayTocoMHO-perieCCUBHBIM
TUIIOM HACJICIOBaHUSI MaHU(ECTHPYET y HOBOPOXK-
JICHHBIX, TPYAHBIX M JIE€TeH JOLIKOJIBHOTO BO3pacTa,
Mopdonornueckn knaccupunupyemsiii kak OCI'C,
PE3UCTEHTHBIH K NPEeIHU30JIO0HOTEPAIIUH, Iporpec-
cupyet B XbII [1-6, 13].

Hedporuvecknii cuHapoM BcJieAcTBHE MYTa-
uuii rena CD2AP (MIM 607832)

AyTOCOMHO-PEIIECCUBHBIN u ayTOCOMHO-
nomuHaHTHEIE HC, 0OyCIIOBIGHHBI MyTalusIMA
rena CD2AP (MIM 604241), xapTUpOBaHHOTO Ha
xpomocome 6pl2.3, xomupyromero CD-2 associated
protein/C2-accouupOBaHHBIN IPOTENH, BOSHUKAET Y
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TPYIHBIX IeTel U B3pOCbIX ManueHTos [1-5, 14, 15].
CD-2 accoumupoBaHHBIN MPOTEUH SKCIPECCHPOBAH
B 1I€JIeBOI Tuadparme, HEOOXOOUM VIS COCAMHEHUS
HedprHA C IUTOCKeneToM moxpormra [1-5, 14, 15].
[Ipu MUKpOCKONINY MTOYEYHBIX OMONTATOB NALUEHTOB
¢ HC obnapyxwusator @CI'C, ipu 31eKTpOHHON MU-
KPOCKOITUH BBISIBIISIIOT MOTEPIO LIEIOCTHOCTH HOXKEK
MOJIOLIUTOB U CTPYKTYPHI mIeneBolt nuadparmsr [1-5,
14]. BeaenctBue MyTaluu reHa HapylaeTcsl CTpyK-
Typa 1 (QYHKUUS IesieBol auadparMbl, YTO MPUBO-
JUT K Pa3BUTHIO y AeTel ropmoHopesncTteHTHoro HC
¢ ®CT'C, nporpeccupyromero B TEpMUHAIBHYIO ype-
Muto [1-5]. ¥ B3poCbIX MallMEHTOB JUArHOCTHPYIOT
¢ no3gauM Havanom HC ¢ ®CI'C, nporpeccupyro-
uuii B XBIT [5].

Hedporuuecknii cungpom (NPHSS) Bcaen-
crBue mytanuii resa LAMB2 (MIM 614199)

I'en LAMB2 (MIM 150325), xogupyromuii La-
minin B2/ namuHUH 2, KapTHPOBaH HA XPOMOCOME
3p21.31 [1-4]. Myranuu rena LAMB2 o6ycnaBnu-
BAalOT Pa3BUTHE ayTOCOMHO-PELIECCUBHOIO M30JIUPO-
BanHoro BHC wnu MHC ¢ ®CI'C wan IMC [1-5].
W3omuposannslii BHC nporpeccupyer B TepMHHAb-
nyto ITH y nereit B Bo3pacte ot 0 g0 6 net [1-6].

Hedporuuecknii cuHapom BejieacTBHE MYTa-
uumii rena FAT1 (MIM 600976)

HC, obycnoBnennsiit mytanueii rena FAT1 (MIM
600976), umeeT ayTOCOMHO-PEIIECCHBHBINA THIT Ha-
cnenoBanus [1-4, 16]. I'en FAT1, kaprupoBaHHbIi Ha
xpomocome 4q35.2, komupyet nporeun FAT atipical
cadherinl/FAT1- aTunmuyHbIi KaaXepuH, SKCIPECCH-
poBaHHBINA B mieneBoi auadparme [1-4, 16]. B pe-
3ynbrare myTauuu reHa FAT 1 napyiiaercs cTpykTypa
U (QYHKIUS [IeJeBOi quadparMel, y neteid Mmanude-
ctupyet ropmonopesuctentHsli HC ¢ mopdosnoru-
yeckoil kaptunoit ®CI'C [1, 3, 16].

Hedporuuecknii cuHapom BejieacTBHe MYTa-
uun reia PAX2 (MIM 616002, 120330)

Kak u3BectHo, myTanuu PAX?2 reHa BBISBISIOT Y
narerToB ¢ Cakut u Renal-Coloboma cunapomamu
[14, 17]. PAX2 ten (MIM 167409), xonupyromimii
Paired box protein 2/, xapTupoBaH Ha XpOMOCOME
10g24.31 [14]. O. Boyer et al. (2016, 2017) [1, 8],
R.Preston et al. (2019) [3] yka3bIBaloT Ha pa3BUTHE
NPOTEHHYPUH WM M30JMPOBAHHOIO CTEPOHMIIOPE3U-
crentHOro HC ¢ @CI'C, 00ycnoBI€HHOTO 2y TOCOMHO-
JoMUHAHTHOM MmyTtauued PAX2 rena, y mauueHTOB
B Bo3pacTe oT 7 a0 68 mer. M. Barua et al. (2014)
[17] onucanu mytauuto PAX2 rena y B3pocibix ma-
rueHToB ¢ u3oaupoBaHHbEIM HC ¢ ®CI'C. A. Vivante
et al. (2019) BesiBIIIM MyTanmu PAX2 rena (5,2 %)
y Aerell B 57 ceMbsX C ayTOCOMHO-IOMHHAaHTHBIM
crepounnopesucreHTHBIM HC ¢ ®CI'C [18]. Bospact



ISSN 1561-6274. Hedponorus. 2020. Tom 24. Ne3

ISSN 1561-6274. Nephrology. 2020. Vol. 24. Ne3

MAIlMEHTOB K MOMEHTY NPOrPECCHPOBAHHS CTEPOU-
nopesuctenTHoro HC ¢ ®CI'C B Tepmunanenyto [TH
cocrasisieT 30-58 et [1].

Hedppornvecknii cunapom (NPHS12) Bcaen-
crBue myrauuii resa NUP93 (MIM 615573)

NUP93 ren (MIM 614351) xapTupoBaH Ha Xpo-
mocome 16q13[4]. ToM0O3UroTHbIE U reTEPO3UTOTHHIE
myTtaiuu NUP93 rena o0ycinaBiuBaoT pa3BUTHE CTe-
pounopesuctentHoro HC y nereii. M. Bezdicka et al.
(2018) [19] y nereit BeisiBITM MyTanuu renoB HPHS2
(15%), WT (9,5%), NUP93 (5,4 %), obycnaBnnBaio-
X pasButue crepounopesuctentTHoro HC. ¥V nereit
co crepounopesucteHTHEIM HC ¢ @CI'C, o0ycios-
neHHbIM MyTanuel rena NUP93, ormeueno nporpec-
cupoBanue B XbII B Bo3pacte 1o 7 ner [1].

Hedpornuecknii cunapom (NPHS9) Benencreue
myTauuii resa COQ8B (MIM 615573)

Myrarus rera ADCK4 (COQ8B, MIM 615567),
KapTUPOBaHHOT0 Ha xpoMocome 19.q13.2, BoBneueH-
Horo B OnocuHTe3 KodH3nMa Q 10, Obu1a HaeHTH(H-
LUPOBAHA B CEMbSIX C ayTOCOMHO-PELICCCUBHBIM M30-
mupoBaHHbIM cTeponnopesucteHTHBIM HC ¢ OCT'C
i AMC, maHugecTupyomuM B HEOHATaJbHOM,
rpyAHOM | B3pocioM Bo3pacte [8, 18]. CoQ 10 sB-
JsieTCs KOMIIOHEHTOM JIBIXaTeIbHOM 1€ MHUTOXOH-
Jpuii, y4acTBYyeT B JHEPreTHUYECKOM MeTabosn3Me
MOIOLUTAPHBIX KIETOK [ 1-5].

B ny6nmukamuu M. Atmaca et al. (2017) [20] mpen-
CTaBJICHbI HOBBIC IaHHbIC O BBISIBJICHUH Y TOAPOCTKOB
C MpoTenHypHei, He nocturatomeii crenenn HC, He-
u3BecTHOM sTHoNorun XbBII unu tepmunansHoi 1TH
mytauun rena ADCK4. Tepanus npenaparamu Ko-
sH3uMa Q 10 maet 3hdekT CHIKEHUs MTPOTSHHYPUU
[20]. Kak cunraet S. Weber (2016) [5], MUTOXOHIPH-
aNbHBIe HapylieHust OnocuHTe3a Kodepmentos Q 10
HecyT B ce0Oe nmoreHuran papMaKoJIOrHIecKoro Jieue-
HUSl, IPUBOJSIIIEIO K CHIKEHUIO TPOTCHHYPUH TPH
ropMmoHopesucrenTHoM HC.

F. Wang et al. (2017) [21] BbISIBUIN My TaIIHIO T€HA
ADCK4 y 120 geteit ot 0 no 17 net co crepounope-
sucteHTHBIM HC B 6,67 % cimyuaeB. Myrtanuu resa
ADCK4 (rera COQ8B, MIM 615567) onwucansl y
JeTel, MOAPOCTKOB M B3POCIBIX MALUEHTOB C M30-
muposaHHbIM HC Oe3 skcTpapeHalIbHBIX TPOSIBICHUI
(TakMX KaK MbIILICYHAasi TATIOTOHMS, HEBPOJIOTHIECKHE
paccTpoiicTBa, TYroyxocTh) € HPOTrPECCUPOBAHUEM
yepe3 HECKOJIbKO JieT B TepMuHanbHyto ITH [1, 5, 8].

Hedporuvecknii cuHapoM BcJieAcTBHE MYTa-
uun reia LMX1B (MIM 161200)

Myraruu reHa LM X 1B Obutn BEISIBIICHBI Y TIAIIH-
enToB ¢ usonupoBanHbeiM HC ¢ FSGS B pomocnos-
HBIX C ayTOCOMHO-AOMHMHAHTHBIM THIIOM HAaCJIEHO0-
BaHMsI, IPOTEKAIOLIETO 0€3 KIMHUYECKUX MPU3HAKOB

Nail — Patella cuampoma [1, 22, 23]. HC ¢ ®CI'C
Bcaeacteue myrtauuu rena LMXI1B pesuctenTen k
CTEPOUAHOM TEpaIUK Yy eIUaTPUUECKUX U B3POCIBIX
nanueHToB [1, 8, 12, 22, 23].

Y. Harita et al. (2017) [22], N.K. Andeen et al.
(2018) [23] ommcanu myTarnmio reHa LMXI1B y ma-
LUEHTOB JETCKOI0 M B3POCJIOro BO3pacTa ¢ Hacjien-
cTBeHHbIM ropmoHopesncteHTHBIM HC ¢ OCI'C,
HE MMEBIIMX SKCTPapeHabHBIX NPU3HAKOB apTpo-
octeo-onuxo-aucrasuu (Nail — Patella cuampoma),
¢ nporpeccupoBanreM B XbBII B 3 moxonenusix ce-
MbH. Bo3pacT manueHToB K MOMEHTY MaHU(ECTaH
uzomuposanHoro HC ¢ ®CI'C, obycnoBieHHOTO My-
tauueir LMX1B, cocrasnser 5-70 ner, nporpeccu-
poBanus B XBII 28-70 ner [1, 8, 22, 23].

Hedporuuecknii cunapom BejieacTBHMe MYTa-
uuii rena MYO1E (MIM 601479)

AyrtocomHo-peneccuBHblii HC BenencTeue myrta-
it reHa MYOILE (MIM 614131), xkapTupoBaHHOTO
Ha xpoMocome 15q 22.22, konupytoiero Mmuo3ut 1E,
MaHU(ECTUPYET y JeTed B IPYIHOM M JOMIKOJIHHOM
Bo3pacte [1-4]. Muo3un 1E yyacTtByeT B opranusa-
LMW aKTUHOBOTO IIUTOCKeNIeTa nogouuToB [2]. Mop-
(onornyeckre HM3MEHEHHS TOPMOHOPE3UCTEHTHOTO
HC ¢ myranueit rera MYOI1E xapakrepusyrorcst kak
OCT'C. HC Beneactue myrtauuu rena MYOI1E npo-
rpeccupyeT B TepmuHaibHyto [1H y nereii B Bo3pacte
6—13 net [1-3].

Hedporuuecknii cuHapom BejieacTBHE MYTa-
uun reia ARHGAP24 (MIM 610586)

I'en ARHGAP24 (MIM 610586), xaptupoBaH-
HBI Ha Xpomocome 4q21.2-q21.3, xomupyer Rho-
GTPase-activating protein 24/ Rho-GTPase akrusu-
pyIomuii IpoTenH 24, JOKaIU30BaAHHBIN B OJOLIUTAX
[1-4]. Myrauna rena ARHGAP24 y neamarpuye-
CKUX M B3POCJIBIX NallMCHTOB IPUBOAUT K Pa3BUTHIO
C ayTOCOMHO-JOMHHAHTHBIM THIIOM HAacJeJOBaHUS
ropmoHopesuctenTHoro HC ¢ @CI'C. Ilporpeccupo-
BaHME B TepMHuHaIbHYI0 [IH ycranasnuBaror y mamu-
€HTOB B Bo3pacte oT 12 no 29 ner [1].

Hedporuuecknii cungpom (NPHS4) Bcaen-
crBue mytauuii resa WT1 (MIM 256370)

Mytauun rena WT1(MIM-607102) — cynpecco-
pa omyxonu BuibMca, KapTUpPOBaHHOTO Ha XPOMO-
come 11pl3, xomupyromero wilms tumor protein/
wilms tumor nporenH, y AeTeil NIpUBOAAT K pa3BuU-
tuto uzonuposanHbeix BHC nmun MHC ¢ ayrocomHo-
peueccuBHbIM THUNOM HaciepoBanusa [1-5]. HC
Bcaeacteue mytauuu rena WT1 nposiBasiercst y Ho-
BOPOXICHHBIX M TPYOHBIX JETel H30JIMPOBAaHHBIM
CHUMIITOMOKOMIIIEKCOM € MOP(OJIOTHYECKON KapTH-
Hoit JIMC [1-5]. Ilo oTBeTy Ha Tepanuio NpPEAHH-
3010HOM u3onupoBaHHblii HC BeneacTsue Myrannn
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reHa WT1 y nereil sBsieTCsi FOPMOHOPE3UCTEHTHBIM.
[Iporpeccupyer creponnopesuctentnelii HC B Tep-
muHanbHyo [TH y nereit B paHHeM U MIKOIBHOM BO3-
pacte [1-3, 5].

Hedppornvecknii cungpom (NPHSS) Bcaen-
crBue myranuii resa LAMB2 (MIM 614199)

I'ern LAMB2 (MIM 150325), xapTupoBaHHBII Ha
xpomocome 3p21.31, kogupyer Laminin B2subunit/
cyocrannmio 2 nmamMuHMHA — KoMmoHeHTa |'BM
[1-4]. MyTauMOHHBIN CKpPUHUHT y JIETEH BBIABIISACT
mytammu TeHa LAMB2, xotopsrii oOycnaBimuBaer
pasButue ayrocomHo-pereccuBHoro HC ¢ JIMC 6e3
MPU3HAKOB MMaTOJOTrMU opraHoB 3peHud [1-8]. Kmu-
HUYECKash MaHu(ecTauusi CTEPOUAOPE3UCTCHTHOIO
HC ormeuena y nereit B Bo3pacte ot 0 1o 6 jer ¢
nporpeccupoBanueM B XBII no 20 ner [1, 3, §].

Hedppornuecknii cungpom (NPHS6) Bcaen-
crBue myrauuii resa PTPRO (MIM 614196)

I'era PTPRO (MIM 600579), kapTupoBaHHBIN Ha
xpomocome 12p12.3, konupyet Protein—tirosine phos-
phatase-RO/ tuposun ¢ocdaraza-RO nporeunn [1, 3,
4]. B pe3ynaprare MyTaluu reHa y AeTeil B BO3pacTe
oT 5 110 14 7eT BO3HUKAET C ayTOCOMHO-PELIECCUBHBIM
THUIIOM HaclieoBaHusl, crepoupopesuctentHoiit HC ¢
OCI'C wiM ¢ MUHUMQJIbHBIMU M3MEHEHUsIMU [1, 3,
4].

Hedporuvecknii cuHapoM BcJieACTBHE MYTa-
uuii rena ACTN4 (MIM 603278)

AyTtocomHo-goMuHanTHbIN HC BenencTBue myTa-
uun rera ACTN4 (MIM 604638), kapTHpOBaHHOTO
Ha xpoMmocome 19q13.2 u kogupyrotero a-Actinin-4/,
0-akTHH-4, MaHU(ECTUPYET y MALMCHTOB B BO3PAcTe
ot 3 o 54 net [1-4, 8]. Kak u3BectHo, a-Actinin-4
9KCIIPECCUPOBAH B MOAOINUTAX.

O. Boyer et al. (2016, 2017) [1, 8] nomnarator, 4To
myTauuu reHa ACTN4 oxasbiBatoT 3ddexT cpoacTsa
0-aKTHHHMHA-4 K aKTUHY Y / WIM UHOYKIUKA 00pa3oBa-
HUSI arperaroB akTUHA BOKPYT S/Ipa ¢ MOCIEIYIOIUM
YXYILEHHEM TOIBIKHOCTH TMOAOLMTOB. MyTaus
reHa ACTN4 npuBoauT K pa3BUTHIO MNOAOLUTONATUU
¢ OCT'C, KIMHUYECKH XapaKTepHU3YIOIIENCs MPOTEH-
Hypueid wmu HC, creponmHON pe3NCTEeHTHOCTBIO U
rcxonoM B tepMuHanbHyto [IH y nereit u B3pocibix
B Bo3pacte 3—59 net [1, 8]. I[logouuTonarus ¢ nporeu-
nypuei n HC Benencreue myrannu rena ACTN4 ¢ ma-
HudecTanuen y B3pocibIX MAUEeHTOB IPOrPECCUpPYeET
B TepMuHanbhyto [TH no 60-netnero Bo3pacra [§].

Hedporuvecknii cuHapoM BcJieACTBHE MYTa-
uuii rena TRPC6 (MIM 603965)

Myraruu rera TRPC6 (MIM 603652), nokanu-
30BaHHOr0 Ha xpomocome 11q22.1, xomupyroiero
Transient receptor potencial channel C6/ nepexonusblii
peuenTop noreHuuanbHoro kaHana C6, MpUBOIAT K
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passututo crepounopesucrenTHoro HC ¢ ®CI'C ¢
AyTOCOMHO-TOMHUHAHTHBIM THIIOM HACJICOBAHUS Y
JleTel U B3pocCibIX nanueHToB [ 1-4]. YecranaBnuBaror
HavasbHble nposiBiieHus nporenHypun 1 HC ¢ ®CI'C
U apTepuajbHOM runepTeH3ueil y AeTeil B BO3pacTe
ot 0 no 18 5er ¢ mporpeccupoBaHUEM B TEPMUHATIb-
nyto IIH B Bo3pacre 2-75 ner [1, 5, §]. Ilpu myTa-
uu reHa TRPC6, kogupyromero Transient Receptor
Potential 6, mokazana ponb HapyIICHHWN KalbI[He-
BOTO CHUTHAJBHOTO IYTH B Pa3BUTHH ayTOCOMHO-
nomuHanTHoU nofgorutonaruu ¢ HC [8]. TRPC6 skc-
npeccupyeTcs B LIeNieBOl Tuadparme U MoJOLIUTaX,
IJie OH B3aUMOJICHCTBYET C MOIOLUHOM U HEPPUHOM
[1, 8]. ¥ B3pocnbix manueHToB B 20—40 et MmaHu]e-
ctupyrot nporeunypus 1 HC ¢ ®CI'C ¢ nporpeccu-
poBanueM B TepMuHanbnyto I[TH g0 75 et [8].

Hedporuuecknii cunapom BejieacTBHE MYTa-
nuii rena INF2 (MIM 617575)

I'ereposurorHsie Mytanuu B rere INF2 (MIM
603729), xogupyromeM HHBEPTHPOBaHHBIA formin/
(hopMHUH 2, ABJISIFOTCS IPUYUHON Pa3BUTHUS 2y TOCOMHO-
nomuHanTHoM nogouuronaruu ¢ HC u ®CI'C y ne-
Tel U B3pochblx nmauueHtoB [1-4, §]. AyrocomHO-
JOMHHAHTHbIC TOJOLUMUTONATHH HMEIOT HEHOIHYIO
NEHETPAHTHOCTh U MEPEMEHHYIO 3KCIPECCHUBHOCTD.
DopMuHBI — O€JIKH, UTPAOLINE BaKHYIO POJIb B pe-
MOZAEIMPOBAHUH AKTHHOBOI'O IMTOCKEIETAa IMOJOLH-
TOB. Bo3pacT manueHToB K MaHU(ECcTaluu MpoTeu-
Hypuu 1 HC cocrasnser ot 5 1o 70 net, ucxona B
tepmuHanbhayto [TH no 72 ner [1, 8].

Hedporuuecknii cunapom BejieacTBHE MYTa-
uun reia ANLN (MIM617032)

B pesymerare mytamum resa ANLN (MIM
616027), mokann30BaHHOTO Ha Xpomocome 7pl4.2,
komupytomiero F-actin binding protein Anillin/F-
AKTHH CBS3BIBAIOILMI NMPOTEHH aHWIIHH, HKCIIpec-
CHUPOBAaHHBIA B MOIOLMTAX, 00yCIaBIMBAET pa3BU-
THE C ayTOCOMHO-JOMHUHAHTHBIM THUIIOM HAaCJIE0Ba-
Hus crepoupopesucteHTHoro HC ¢ ®CI'C y nereit
U B3pocnbIx nanueHTos [1, 2, 8]. Boznukaer HC y
JeTel M B3pOCHbIX MAaLMEHTOB B BO3pacTe OT 9 1o
69 ner [1, 8]. Bo3pacT mauueHTOB ¢ TOPMOHOPE3H-
creHTHBIM HC Kk ncxony B TepmunansHyto I[TH co-
crasisier ot 35 no 75 ner [1].

Hedporuuecknii cunapom BejieacTBMe MyTa-
nuu resa SYNPO (MIM 608155)

Myramus resa SYNPO, xkaptupoBaHHOro Ha
xpomocome 5q33.1, xommpyromiero Synaptopodin/
CHUHANTOIOINH, SKCIPECCUPOBAHHBIM B IOJOLHUTAX,
o0ycllaBIMBaeT pa3BUTHE ayTOCOMHO-JOMHUHAHTHOTO
crepounnopesucrentHoro HC ¢ ®CI'C y gmereit n
B3POCIBIX MALMEHTOB, nporpeccupyromero B XbII
[1-3, 8].
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He¢gporuvecknii cunapom (NPHS20) Bcaen-
crBue mytanuu reia TBC1D8B (MIM 301028)

Crepounopesuctentueii HC ¢ X-cuemieHHbIM
peLeCCUBHBIM THUIIOM Hacje0BaHus 00yCIIOBIEH ro-
MO3HUIOTHOM M IeTepO3UTrOTHON MyTanueil reHa TB-
C1D8B (MIM 301027), kapTUpOBaHHOTO HA XPOMO-
come Xq22.3 [4, 24]. G. Dorval et al. (2019) onucanu
B OJHOM ceMbe y Tpoux Jnereil BpoxaeHHbli HC ¢
OCI'C, obycnoBnenHslii Mmytanueii rena TBC1DEB
[24]. V nmerelt mepBoro rojga BO3HUKAIOT MPOTEHUHY-
pust nin HC, ropMOHOPE3UCTEHTHBINH C MPOTpeccH-
poBaHueM B TepMuHAIbHYO [TH.

Crepon104yBCTBUTENbHbIH MOHOTEHHBI He-
¢dpornyecknii CHHAPOM BCJEICTBHE MYTALM
resoB EMP2, EXT1, KANK1, KANK2, NPHS1,
PLCE1

BriaBnensr mytamuum resos  EMP2, EXTI,
KANKI1, KANK2, NPHS1, PLCEI, xotopsie oTBET-
CTBEHHBI 32 pa3BUTHE KaK CTEPOUJOPE3UCTEHTHOTO,
Tak U CTEPOMUJOUYBCTBUTEILHOTO MOHOIE€HHOTO Y
nereit HC [1-4, 25, 26]. A.M. Karp, R. Gbadegesin
(2017) [25] 0b0O0mMIM UMEIOIIHECS CBEICHUS O Ha-
CIIEICTBEHHOM cTepounodyBcTBuTenbHoM HC, 00y-
CJIOBJICHHBIM MyTaluel 7 FeHOB.

AYTOCOMHO-pelleCCHBHBII  CTEPONI0YyBCTBH-
teabublii HC (NPHS10) BeaeacTBue mMyTanuu
rena EMP2

Mytauuu rena EMP2 (MIM 602234), xaptupo-
BaHHOTO Ha XpoMmocome 16p13.13, komupyroriero epi-
thelial protein type2/snuTenranbHbIA NPOTEHH 2 THIIA,
00yClaBIMBAIOT Pa3BUTHE ayTOCOMHO-PELIECCHBHOTO
crepouiouysctButensHoro HC y nereii [1, 3, 4, 25,
26]. bu-annensusie MyTanuu rena EMP2, xogupyto-
LIEro MPOTEHH 2 THUMA, JOKATN30BAHHOTO B HOXKKax
MOAOLMTOB M JHAOTENHANBHBIX KJIETKaX KIyOouka,
SIBIIIIOTCSA TPUYMHOM pa3BUTHS CTEPOUA0YYBCTBH-
tenbHOro HC [26].

G. Dorval, O. Gribouval, V. Martinez-Barquero et
al. (2018) [26] B 59 ceMbsiX yCTaHOBUIJIA Ay TOCOMHO-
peueccuBHoe (n = 33) M ayTOCOMHO-JIOMHUHAHTHOE
(n = 26) nacnenoBanue. ['en EMP2 Obn cexBeHu-
pOBaH B CEMbAX C MOTEHLUUAIbHBIM ayTOCOMHO-
peleccuBHBIM HacjieqoBaHUEM. ABTOPBI HACHTU(DH-
oupoBalu Ou-ajulelbHYI0 MyTauuio B rene EMP2.
HBa Bapmanta HLA-DQA1 Opimu reHOTHIHpOBa-
HBI BO Bcel koropre. Cnenuduyeckue Bapualuu B
HLA-DQA1 nokasanu Bbicokuit puck pazsutus HC
[26]. ABTOpBI MOJIAraroT, YTO MOJTYUYEHHbIE pe3yabTa-
ThI MOAYEPKUBAIOT KIMHUYECKYI0 M T€HETHUYECKYIO
reTeporeHHOCTh CEMEMHOI0 TOPMOHOYYBCTBUTEINb-
Horo HC, ero nMMyHHOE IPOUCXOXK/IEHUE Y BCEX Ta-
LIMEHTOB HE3aBUCUMO OT Ha4aJbHON 4yBCTBUTEINb-
HOCTH K cTepoujiaM [26].

R. Gbadegesin, A. Adeyeemo, N. Webb et al.
(2015) [27] onmcanu 2 Bapuamuun HLA-DQAT1 rena
(rs 1129740 and rs 1071630) u BBICOKYIO 4YacTOTy
anjene y nanueHToB CO CTEPOUA0UYBCTBUTEIbHBIM
HC. O0oOmieHs! pe3ynbTaTel UCCIEIOBAHUS BapHa-
uuit B HLA- DQAT rene npu cemetinom HC [27].

X. Jia, T. Horinouchi, Y. Hitomi et al; Research
Consortium on Genetics of Childhood Idiopathic
Nephrotic Syndrome in Japan (2018) [28] B pamkax
MacITaOHOTrO MCCICAOBaHMS [TOKA3aJIH aCCOLNAIHIO
HLA-DR/DQ 1nokyca ¢ TOpMOHOYYBCTBUTEIHHBIM
HC y neanarpuyeckux naueHToB.

Pesynbrartel  MpeACTaBICHHBIX — MCCIICAOBAHUI
[25—28] yka3bIBalOT HA UMMYHOTE€HETHYECKUE OCO-
OeHHOCTH Pa3BUTHS cTepoupodyBcTBUTENbHOrO HC
y neteii 1 Ha poias HLA-DQ u HLA-DR/DQ B 06e-
CIECYCHUH TeHETHUECKOH MH(pOpManueii UMMYHHOTO
oTBeTa. B mponuioM Beke MHOTOUMCIICHHBIMH HCCIIE-
JOBaHUSIMU OBIITH BBISIBIICHBI ACCOLMALIMN aHTUI'CHOB
cucteMbl HLA u ropmonouysctBuTensHoro HC y ne-
Tei, 3a00JIeBIINX B PaHHEM M JIOLIKOJBHOM BO3pac-
T€, UMCIOLINX KIMHUYECKUE MPOSBICHUS aJNICPruy 1
CCHCHOMIIM3ALMIO K aJIJIePreHaM.

AyTOCOMHO-pelecCUBHbIN TOPMOYYBCTBUTEJIb-
b1l HC Besencreue myranun rena NPHS1

I'er NPHS1 (MIM 602716), nmoxann3oBaHHBII
Ha xpomocome 19q13.1, komupyer HeppuH — TIIaB-
HBI KOMIIOHEHT UIeJeBOH anadparMbl KiryOOUKo-
Boro ¢uibrpa [1-5]. B pesymbrare myrarum reHa
NPHS1 wmanungectupyoT ayToCOMHO-pELeCCUBHBII
crepounopesucteHTHIN BHC (¢ mumararueii mpok-
CHUMaJIbHBIX KaHAJbLEB, ME3aHTHAJIBHBIM CKICPO30M
1o pe3yabraraM MOpQOIOTHYECKOr0 HCCICIOBAHUS
OuonrartoB) u crepougouyBcTBUTeNbHBIN HC ¢ Mu-
HUMaJIbHBIMU U3MEHEeHusMH [ 1, 2].

I'en EXT1 (MIM 608177), nokanu30BaHHBIN Ha
xpomocome 8 q24.11, xogupytrouuii nporeun ['bM,
o0ycllaBIMBaeT pa3BUTHE ayTOCOMHO-PELIECCUBHOTO
1 ayTOCOMHO-10MIHAaHTHOTO ((perorurn MIM 215300-
AR, MIM 133700-AD) ropMOHOYYBCTBHUTEIEHOTO
HCy nereit [25].

I'omo3urorubie myramuu redoB KANKI,
KANK2 (OMIM 614610), koqupyromux ankirin re-
peat-containing protein, KOTOPbI JTOKAJTU30BaH B I10-
JOLUTAPHBIX KIETKaX, ObLIM WACHTU(QHULUPOBAHBI B
2 ceMbsX C ayTOCOMHO-PELIECCUBHBIM CTEPOUIOUYB-
CTBUTENBHBIM U cTepongopesncteHTHeiM HC [25].

I'en PLCE1 (MIM 608414), xapTupoBaHHBII Ha
xpomocome 10q23.33, konupyrouwmii pocdonumnazy C
epsilon 1, sxcripeccupoBaHHYIO B MOJOLUTAX, OTBET-
CTBEH 3a pa3BUTHE ayTOCOMHO-peneccuBHo (MIM
610725) momoruromatuu ¢ HC ¢ gacTuyHOW WM
MOJTHOM 4yBCTBUTENBHOCTBIO K MPEIHU30JI0HOTEpa-
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nuu [1-5,10, 25]. Bo3pacT nereit k Hauanmy KIMHUYE-
CKUX nposBiaeHui n3onuposanHoro HC Bcnencteue
mytauuu rena PLCE] cocraBnsiet ot 0 1o 8 ner [1].

B nureparype onyOnukoBaHBI JaHHBIE O YaCTHY-
HOM OTBETE Ha CTEPOM.bl U TEPAIUI0 MHIMOUTOpam
KaJbLIMHEHPUHA—LIUKIOCIIOPUHOM Yy TalHEHTOB CO
cnerudruecknmu MyTtarusamu reaoB WT1, NPHS2,
PLCEI. B Takux citydasix COBETYIOT POJOKEHUE Y
JeTell Tepanuu A0 TOCTUKEHUS KITMHUYECKOTO YIIyd-
wenus unu pemuccun HC [1-3, 5, 8, 25, 26].

[lo pe3ynbraTaM KIMHUKO-TEHETHYECKOTO HCCIIe-
moBanus S. Landini et al. (2020) [29], u3 111 manueH-
toB ¢ HC nnarnoctupoBaHsl 64 cTepouApEe3UCTEHT-
HBIX U 47 CTEpONI0UyBCTBUTEIbHBIX. Y MALEHTOB C
HC, uMeromux 4yBCTBUTEIBHOCTD K TEPAMU CTEPO-
nAaMu, He 0OHAPY>KEHO HU OJTHOTO MaTOr€HHOIO Ba-
puanTa renos. 13 64 y 19 (30 %) creponape3ncTeHt-
HBIX MAllMCHTOB BBISBJICHBI IATOTCHHbIC BAPUAHTHI B
reHax, o0yciaBIMBaIOMINX Pa3BUTHE TOLOLNUTONATHH
[29].

JlaHHbIE TUTEPATYpbl IEMOHCTPUPYIOT BaXKHOCTD
HaualabHOM npenHusononotepanuu npu HC y nereit
1 B3pOCIHBIX MALUEHTOB ISl ONPEACTICHUS CTEPOHI-
HOW YYBCTBUTEJIBHOCTH, WH(POPMATUBHOCTH TCHE-
THYECKOr0 TECTUPOBAHMS C ILEJIbI0 YCTAaHOBJICHUS
HacnencrseHHoro HC mpu creponaHoOi pe3ncTeHT-
HoctH [29, 30].

HacnencrBeHHblii cCHHAPOMAJIbHBIN HedpoTH-
YeCKHil CHHAPOM

Creponnopesucrentsli HC y nereit ¢ cunapo-
MaJIbHBIMH NPOSIBICHUSIMU 00YCIIOBIICH MyTaLlUSIMH B
remax WT1, LMX1B, SMARCALI1, WDR73, koxu-
pyromux sigepubie Oenkn; B reHax LAMB2, ITGA3,
ITGB4, komupyromux 6exxu ['BM 1 KoMIIOHEHTHI a1-
re3uu; B reHe MY X9, Konupyromero TspKeble Henu
HemblleyHoro muosuna I1A [1-5, 8].

Hedporuvecknii cunapom npu Denys—Drash
CUHJpOMe BeJieacTBHe MyTanusa rena WT1 (MIM
194080)

I'en WTI, xonupyroumii Wilms tumor proteinl,
oOycnanuBaer cuHapomanbabii HC ¢ JIMC [1].
Myranus rena WT1, 1okanu3oBaHHOTO HA XpOMOCO-
Mme 11pl3, npuBoaut k pazsuruto HC, smOproHas-
HOl  HedpoOmacToMbl, TICeBHOTepMadpPOAUTHIMA
[1-7]. P. Denys et al. (1967) [31] u A. Drash et al.
(1970) [32] oncaau CHMIITOMOKOMITIIEKC, BKITIOYAFO-
it HC ¢ IMC n smOpuonanbHyto HedpoOnacTomy,
ncesorepmadpoauTusM. B nureparype mmpoko uc-
none3yercs HazBaHue Denys—Drash syndrome [1-5,
31-36]. Denys—Drash cunapoM KIMHUYECKH Xapak-
tepusyetcs nporeunypueid, BHC nnu UHC, nepen-
KO C reMarypueil. YcTaHaBIMBAarOT MaHH(ECTALHIO
crepounsiopesucteHnTHOro HC npu cunnpome Denys—
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Drash y nereii B Bo3pacte 0—10 set, mporpeccupoBa-
Hue B TepmuHanbHyto ITH Bozpacte 0-15 ner [1-5,
31-35]. IlpoBoauTh OHOTICHIO TOYKU JETSAM C JHa-
THOCTHYECKOH LIeNIbI0 HE PEKOMEHIYIOT II0TOMY, YTO
CYIIECTBYET OIIACHOCTb KOHTAMUHALIUW IPUJIETaro-
MIMX 370POBBIX TKAaHEH, JUCCEMUHALUHN U HOPMUPO-
BaHMS MeTacTaruyeckux oyaros [1-3, 35].

Bpoxpaennblii U uHpaHTUIBLHBIA HedpoTH-
yeckuil cunapom npu cu”apome Frasier (MIM-
614199)

ITpu cunzppome Frasier BeIsIBICHA MyTalusi reHa
WT1 [1-5]. AyTOCOMHO-PELECCUBHBII CHHIPOM
Frasier xapakTepu3yeTcs COYETaHHEM MYIKCKOTO
ncepaorepMadpoaIuTH3Ma, TOHaI00IacCTOMBI U CTe-
poupopesuctentHoro HC ¢ ®CI'C, ¢ manudecra-
nuel y manueHToB B Bo3pacTe oT 7 Mec 1o 34 jer,
MEJUIEHHO ITPOrpecCcUpyoIero B tTepMuHanbhayo [TH
B Bo3pacte oT 5 g0 35 et [1-5, 34-36]. Cunnpom
Frasier xapakrepusyercst nporennypueii uiaun HC c
Mopdonornueckoii kaptunoit ®CI'C [1-5]. Teuenue
3a0oneBaHust ¢ MeIeHHbIM (QopmupoBanueM XbII
[1-5].

Bpoxpennblii HedpoTruueckMii  CMHApPOM
(NPHSS) npu Pierson cunapome (MIM 609049)

Cunzppom Pierson ¢ ayToCOMHO-pELeCCHBHBIM
TUIIOM HaclieloBaHusl 0OyCIIOBJIEH MyTalUed IeHa
LAMB2 (614199), kapTHpOBaHHOTO Ha XPOMOCO-
me 3p21.31, xomupytromero Laminin B2 subunit-
koMroHeHT I'bM, ceTdaTtku, 6a3anbHOTO JUCTKA BHY-
TPUIVIA3HBIX MBI U HEHPOMYCKYJISIPHOTO CHHAIICa
ma3 [1-5, 37-39]. Cunnpom Pierson xapakrepusy-
€TCsl TIOUEYHBIMHU M IJIA3HBIMU aHOMAIUSMU (MUKPO-
KOpHS, 3aJHUN JICHTUKOHYC, KaTapakTa, MopaxeHHe
CKJIEPBI M CETYAaTKU), MBIIICYHONW TUIIOTOHUEH M Ma-
Tosorueil mouek. Ilatonorust mouek manugecTupyer
BpoxkaeHHeiM HC ¢ JIMC, TyOynspHOH MHUKPOKH-
CTO3HOU TpaHCOpMalMel ¢ MPOrpecCUpOBaHUEM B
tepmuHanbayto [TH [1-5, 37-39]. Tucronoruueckoe
ucciefoBanue OuonratoB nmodyku y aereid ¢ HC BbI-
aBysieT Mopdonoruueckyro kapruny JAMC [2, 5, 33—
37]. Iaronorus nouek ¢ nporennypueit mm HC ma-
HudecTupyeT y aererd B Bo3pacte oT 0 110 6 1eT, mpo-
rpeccupyet B ITH nauuentoB ot 0 no 21 rona [1].

Hedporuuecknii cungpom (NPHSS8) Bcaen-
creue mytanuu reia ARHGDIA (MIM 615244)

I'en ARHGDIA (MIM 601925), kapTupoBaHHBII
Ha Xxpomocome 17q25.3, xomupyer Rho-GDP wumn-
rubutop anpda [1-5]. Myranum reHa mpUBOIAT K
HApYUICHUIO AaKTUHOBOTO LIUTOCKEJIETa MOAOLMTOB
[1-5]. Crepounopesucrentasii BHC ¢ IMC nnn
@OCI'C 1 yMCTBEHHOH OTCTalOCTBIO y AeTeil 00y-
CIIOBJICH ayTOCOMHO-PELIECCUBHON MyTalueld reHa
rena ARHGDIA. V nereii B Bo3pacte ot 1 mMec no
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3 net nuarnoctupyror BHC ¢ JIMC nmun HC ¢ @CI'C
[1-5].

Bpoxnennbiii 1 nHpanTuiabublii HC npu cun-
apome Galloway—Mowat BcieacTBHEe MyTamuu
resa WDR 73 (MIM 251300)

Accornmanysi BpokaeHHo# mukporedanmmun u HC
y 2 cuOcoB onucana B 1968 oy, CHHAPOM MOTYUYHIT
HazBanue Galloway—Mowat, TUII HacJIeJOBaHUS CHH-
npoma aytocomHo-perieccuBHbii [1-8]. E Colin et al.
(2014) npu cungpome Galloway—Mowat nokazanu
MyTtanuro rena WDR 73, konupytomero W40-repeat-
containing protein [1-8, 40]. Cunzpom BKIIOYaET
HC, BpoxnenHyro MUKpouedannio, aHOMaIuud pas-
BUTHSI TOJIOBHOTO MO3ra, AuaparMajlbHYyIO0 TPBIKY,
MOPOKHU YIIHBIX PAKOBMH, I71a3 U uepena [1-5, 35, 40,
41]. Ilpu cunapome Galloway—Mowat oTMedaroT mMa-
Hudecranuto ropmonopesucrentaoro BHC, MHC u
HC y nereii ot 5 o 13 ner ¢ mopdonornueckoit kap-
TUHOW MUHUMaJIbHBIX u3MeHenuil, JIMC uinu ®CI'C
[1-5, 40, 41].

H.S. Hyun et al. (2018) npu cungpome Galloway—
Mowat 0OHapy>KHITH HOBYIO TOMO3UTOTHYIO MY TaLHIO
TP53RK B 01HO# cemMbe y TPOUX CHOCOB, UMEIOIIHX
cxonuble (enotumsl, Bkiaouas BHC, mukpoueda-
JIMIO, TUCMOP(HUIO JTNIA, MUKPOTHATHUIO C JICTAJIbHBIM
HCXOJIOM B HEOHATaJIbHOM U I'pyAaHOro Bo3pacte [41].
[IporpeccupoBanre B TEPMUHAIBHYIO YPEMHUIO TPH
ropmoHopesucteHTHOM HC ¢ ®CI'C, IMC koHcTa-
TUPYIOT y JIeTel IPYIHOr0 U JOIIKOIBHOTO BO3pAcTa
[1,41].

Hedporuvecknii cMHAPOM NpU apTPO-0CTEO-
oHuxo-aucmiaazum, Nail — Patella (MIM 161200)

Myranus rena LMX1B, kapTupoBaHHOro Ha Xpo-
MocoMe 9q34, xomupytomero LIM homeodomain
transcription factor 1B, oOyciiaBnuBaeT maTolIOTHIO
KOJIJIareHa u HapyuieHue ctpykrypel I'BM [1, 2, 5].
Omnucano 6osee 180 reTepo3UroTHBIX MyTalMi reHa
rena LMXI1B [1-5, 42]. HacneacTBeHHass OHUXO-
OCTEO-ANUCIUIA3USI C AayTOCOMHO-JIOMHUHAHTHBIM TH-
[IOM HACJICIOBAHUSl XapaKTepH3yeTCs TUIOIUIA3NCH
WM amula3ueil HaJKOJICHHOM yaleyku (OXHOCTOPOH-
HEeH WIN JBYCTOPOHHEH ), THITOIUTa3Hel U TUCTPO(H-
el HOrTel, KOCTHBIMU BBIPOCTAMM Ha I'peOHSX IMOA-
B3JOLIHBIX KOCTEH, IJIa3HBIMH AaHOMalWsMH (Inay-
KOMa), Tatojorued mouek [1-5, 42]. TunmwmdHBIMHU
SBISIFOTCS  TUCIIJIACTUYECKUE W THIOIUIACTHYECKHUE
W3MEHEHUs] HOTTeH MaJibleB, OTCYTCTBHE HOI'TEH Ha
Oonpinx naneuax. [laronorus nouek manudectupy-
€T Y HOBOPOXKJCHHBIX M JICTEH MIKOJIBHOIO BO3PACTa,
B3pocibix nanueHToB ¢ Nail — Patella curmpomom
XapaKTEepPHU3yeTCsl aCUMITOMAaTHYECKONW reMaTypu-
ell, nporenHypueil i crepouaopesucteHTHeIM HC
[1-5, 35, 42]. [Ipu MUKPOCKOTIHH TIOYEYHBIX OHOTIa-

ToB oOHapyxuBatoT PCI'C [1-5], npu 251eKTpOHHOM
MHUKPOCKONHNH — omIokeHus koutareHa III tuma Ha
I'BM, ne3opranuzanuio nogouudtoB. [opmoHopesu-
crentHbIil HC mpu Nail — Patella cuanpome nporpec-
cupyet B TepmuHanbHyto [IH y nereil u B3pocibix
nanueHToB 22-52 et [1, 5].

Hedporuuecknii cuHapom BejieacTBHE MYTa-
uun reia SMARCAL1 (MIM 242900)

Ien SMARCAL1I (MIM 606622) kaprupoBaH
Ha xpomocome 2q35, kogupyer SW1/SFN marpukc-
accolMUpOBaHHbIN npoteuH [1-5, 8]. JJuarnoctupy-
tor BHC u UHC, HC y gereii B Bo3pacte ot 2 g0 12
ner npu Schimke immuno-osseous-dysplasia [1, 5].
HUmmyHokocTHas aucruiazust Schimke ¢ ayrocomHo-
PCLECCUBHBIM THIIOM HACJIEAOBAHUS XapaKTepu-
3yercsa pasButHeM cuHapomanbHoro HC ¢ ©CI'C,
CHOHAMWIOANU(HU3APHON JHUCIUIA3UN U T-KJIETOUYHOTO
uMMyHoOZepuInTa, JIUM(QONeHNH, TepeOpaTbHBIX
uH(apKTOB, MUrMeHTauuu koxH [1-5, 8]. Crepounno-
pesuctentHslii HC ¢ ®CI'C, Bo3HuKIIMiA y neTeil co
CHOHIMIO-3MU(U3aPHOI TUCIUIa3UeH, Tporpeccupy-
et B XbIl y mauuenToB B Bo3pacte oT 3 10 22 jeT
[1].

Hedporuuecknii cuHapom BejieacTBHe MYTa-
nuu resa SGPL1 (MIM 617575)

B pesynprare roMO3UroTHOM M TeTEPO3UTOTHOU
ayTOCOMHO-perieccuBHOM MyTanuu reHa SGPLI1
(MIM  603729), xapTHPOBaHHOTO Ha XPOMOCOME
10922/1, xomupytomiero sphingosine-1-phosphate
lyase, manudectupyer HC, ropMOHOpPE3UCTEHTHBIH
[1-4, 43—46]. Creponnopesuctentnslii HC ¢ ®CI'C
C CHHIPOMAJBbHOM MaHU(ecTaue y HOBOPOXKICH-
HBIX 1 MJIQJICHIIEB, I€TEH paHHETO BO3PacTa XapakKre-
pH3yeTcsl IporpeccupoBaHreM B TepMuHanbHyto 1TH
B JIETCKOM Bo3pacte [1-4, 43—-46].

A.R. Janecke et al. (2017) [43] onucanu y aereit
BHC u BpoxIeHHYIO KaIbIIU(pUKAIIHIO HaITOYSUHH-
KOB BeiencTBue MmyTtanuu reia SGPL1.

S. Lovric et al. (2017) [44] cooOmuau 0 CHH-
JpoManbHOM crepoupopesuctenTHom HC, mporpec-
cupyroumM B TepMuHansHyto [1H, B acconmanuum c
MXTHO30M M HaJIOYEUHUKOBON HEAOCTATOYHOCTBIO Y
JETEN.

R. Prasad et al. (2017) [45] nuarHOCTHpOBAIHN Y
nerei cunapoMansHblil HC, xapakrepusyrommiics
CTEPOUIOPE3UCTCHTHOCTBIO U IIEPBUYHON HAAMIOYEY-
HUKOBOH HEZOCTAaTOYHOCTEIO.

Hedporuuecknii cunapom ¢ 0yJi1e3HbIM 31H-
AEPMOJIN30M W/WJIM OHHXOAMCTpPOo(Heil BcJen-
creue myrauuu resoB LAMB3, ITGB4, ITGA3,
CD151

Crepounopesucrentoeii BHC wmu MHC ¢
ayTOCOMHO-PELIECCUBHBIM THUIIOM HAcCJCIOBaHHUA B
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accolMany ¢ OyJUIC3HBIM SIHJCPMOIHM30M H/WIH
OHHUXOIUCTpOUEH, HEHPOCEHCOPHOU TYTOYXOCTHIO
oOycrnoBien mytammsmu 4 reHos: LAMB3 (MIM
150310), kaprupoBaHHOTO Ha Xpomocome 1q 32.2 u
koaupytomero B3 laminin; ITGA3 (MIM 614748),
koaupytoero unrerput o3; ITGB4 (MIM 147557),
KapTUPOBAHHOI0 Ha Xpomocome 17q25.1 u xogupyto-
mero uHTerpuH B4; CD151 (MIM 602243), kaptu-
poBaHHOro Ha xpomocome 11pl15.5 u konupyrouero
tetpactiapua TM4 [1-5, 8]. M3BectHO, uTo B3 lami-
nin, UHTETPUH 0.3, UHTETPUH P4 1 AHTUT'ECH SBIISIOTCS
komrioneHtamu ['BM [1-5, 8]. Mopdornoruueckue
n3MeHeHus npu crepounopesucrenTHoM HC knaccu-
¢unmpytot kak ®CI'C, a mpu BHC Bcnencreue my-
taiuu reHa LAMB3 BeuiBsiror JIMC ¢ ucxomom B
TEpMUHANBHYIO ypemuto [1-5].

VY nBoux cubcos ¢ napantTmwisHbIM HC ¢ remary-
pueii, coxpanHoi (hyHKIHEW ToYeK, HeHPOCEHCOPHOU
TYTOyXOCTbI0, OYJUIC3HBIM SMHICPMOJIN30M, OHHXO-
auctpodueld Kuctel u cror (y JEBOYKU paclle/iiHa
MSTKOro Heba, aHKWJIOITIOCCHS) MPU MOJICKYJISPHO-
TEHETHMYECKOM HCCIICIOBAaHUH BBISIBIICHA TOMO3UTOT-
Hasg MyTauus rena CB151 [47].

Hedporuvecknii cuHapoM BcJieACTBHE MYTa-
uun reia MYH 9 (MIM 153650)

Myranuu B rene MYH9, kapTupoBaHHOro Ha Xpo-
MocoMe 22ql2 u xomupyromiero cuHTe3 nonmuscle
myosin heavy chain / Tspkenoi 1eny HEMBIIIEYHOTO
muo3uHa [1A, o0ycliaBiauBarOT pa3BUTHE ayTOCOMHO-
nomMuHaHTHOM MY H9-acconumpoBanHoit  Hedpo-
naruu ¢ nporeunypueil wm HC ¢ ®CI'C u /unm
reMarypueid, M MaKpOTPOMOOLMTONCHUH, HEWpo-
CEHCOpPHOHM Tyroyxoctu, karapaktsl [1-4]. Knunu-
YEeCKHE BapHaHThl MOPAXKECHHUS MOYEK y MalUCHTOB
¢ MYH9-accomumpoBaHHO# MakpOTpOMOOIHUTOIIE-
HUel xapakrepusyrorcss mnporenHypueil naum HC ¢
@OCI'C, nanonarnyeckoit Clqg-nHedponarueit, nua-
oernueckoit Hedpomatueii [1-4, 48-50]. Ilaromorus
nouek xapakrepHa ans MYH9-accouunpoBaHHBIX
cuaapomoB Onmteiina (Epstein) u ®exruepa (Fech-
tner) [48-50].

Hedporuvecknii cuHapoM BcJieAcTBHE MYTa-
uun reia FOXP3 (MIM 300292)

I'en FOXP3 nokanm3oBan Ha Xpll1.23, myranus
reHa oOycnaBiIUBaeT y JeTel pa3BUTHE TOPMOHOpE-
suctentHoro HC, cHHAPOMaJBHOTO B ACCOLHMALUH
C UMMYHOIE(HUIMTOM, TMOJIUIHIOKPUHONATHEN (ca-
XapHbId amaber 1 TwWma), sHTepomatuen (amapes),
nepmarutoM [4, 25]. CemeitHbili ¢ X-CLEMJIEHHBIM
peueccuBHbIM THUIIOM Hacnenosanust HC ¢ mopgoro-
TMYECKOM KapTHHOM MUHUMAaJIBHBIX U3MEHEHHH WIN
OCI'C pe3ucTeHTEH K CTEPOMIHON M IUTOCTATHYE-
CKOM Tepanuu.
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Hedporuyecknii cuHApOM BeJIEACTBHE MYTa-
nuu rena COL4A (MIM 301050)

H3zBectHo, uto myrammsa rena COL4AS5 (MIM
303630), kapTHpOBaHHOTO Ha XpoMocome Xq22,
koaupyromero alpha-5 chain of basement mem-
brane collagen type IV, orBeTcTBeHHa 3a pa3BUTHE
X-cueruieHHOro cuHapoma Alport ¢ THHMYHBIMH TTPO-
SABJICHUSMM TeMaTypyuu U Tporpeccupyromei moyey-
HOW HEJOCTaTOYHOCTH, HEUPOCEHCOPHOU TyrOoyXOCTH
W matrosoruei rmas [1-5].

P. Zhang et al. (2019) ontucanu cunapom ANbrop-
ta ¢ HC n ®CI'C y 20-1eTHero manueHTa ¢ MyTa-
uueit COL4AS [51]. ABTOPBI BBIMOJIHUIN CEKBEHU-
pOBaHHE LIEJIOT0 SK30Ma C ILEIbI0 MICHTU(PHUKALUT
MPUYUHHO-CIIEICTBEHHBIX T€HETUUECKUX BapUaHTOB,
pe3ynbTarsl nokaszanu, 4yto pa3sutue HC ¢ FSGS BbI-
3BaHO myTanueit rena COL4AS [51]. Myrauuu rena
COL4AS5 nmeroT peHOTUIHYECKYIO TeTepOreHHOCTb,
TEeHETUYECKOE TECTHUPOBAHUE CIIEAYET MPOBOIUTH Y
NeNaTPUYECKUX U B3pPOCIBIX MAUEHTOB C CUHAPO-
MoMm Assnopra ¢ HC u ®CI'C ana ontumuzaiuu
JIMarHOCTHUKY U JedeHus [1-5, 51].

O. Boyeretal. (2016) [1] npuBoasT naHHEBIE O pa3-
Butun HC ¢ ®CI'C npu ayToCOMHO-TOMMHAHTHOM
HACJIeICTBEHHOM He(QpUTE BCIEACTBHE MYTallUH
renoB COL4A3 (MIM 120070) u COL4A4 (MIM
120131) [4], xomupytomux alpha-3,4 chain of base-
ment membrane collagen type I'V.

Brnepsrie Y. Zhang et al. (2019) [52] B uccneno-
BaHUM Y TPOUX JAeTel ¢ X—CLEIJIEHHBIM CHHIPOMOM
AnbriopTa ¢ reMarypueil ¢ BBIPAKEHHON MPOTEHHY-
pueil BBIABIEHBI COCYIIECTBYIOIME MaTOTeHHBIE Ba-
puantsl COL4AS u COL4A3, y nBOMX — MaTOreHHbIE
BapuanTel COL4AS u COL4A4, y ogHoro peGeHka
BIIEpBBIE 3 MaTOreHHbIX BapuaHTa B reHax COL4AS
(de novo), COL4A3 u COL4AA4.

Manudecrauus HC ¢ @CI'C npu cunapome Alib-
MopTa OTMEYeHa y JieTell u B3pocibix ot 2 1o 70 ner,
nporpeccupoBanue B TepMuHaibHyto IIH ot 12 no
82 net [1, 3, 5].

B 0030pe nuTeparypbl IpUBeACH HEMOIHBIN Mepe-
YeHb HACJEJCTBEHHOTO M30JUPOBAHHOIO U CHUHJPO-
mansHoro HC ¢ miomepyisipHBIMM U3MEHEHHUAMH,
knaccupuuupyempivu  kak ®CI'C, AMC, wmuHu-
MaJlbHble U3MEHEHUS, KOTOPBIH yallle CTepouI0pe3n-
CTEHTHBIH, pexe CTepOn04yBCTBUTENBHBIN y MTeAna-
TPHUUECKUX U B3POCIBIX MAI[HEHTOB.

O. Boyer et al. (2016, 2017) [1, 8], S. Weber
(2016) [5] moguepkuBarOT MOIUMOPHU3M KIIMHUYEC-
CKMX TIPOSIBIICHU J1e0I0Ta HACIEeICTBEHHOTO H30JH-
poBaHHOTrO, cuHApoManbHoro HC u o0mmit penotun
npu olleHKe modedHbix OwonrtaroB (OCI'C, JIMC,
peXe MMHHUMAaJbHbIE WU3MEHEHUsI, IPU JIEKTPOHHOU
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MHUKPOCKOIIMM ¢ TUIMYHBIM U3MEHEHHEM MOp(QoJIo-
I'MH{ [TOJIOLUTOB) Y NeIUaTPUYECKUX U B3POCIbIX Ia-
nueHToB. S. Weber (2016) [5] onuckiBaeT reHeTnde-
CKHe HapylleHHs npu ropmoHopesucrenTHoM HC ¢
PaHHUM U MO3IHUM HA4ajJoM y MAlMEHTOB B ETCKOM
u B3pocioM Bo3zpacte, ormedas npu HC ¢ mo3nHum
HayaJioM Y HOAPOCTKOB U MAILEHTOB B3POCIOro BO3-
pacra yaiie ayToCOMHO-AOMMHAHTHBINA THIT HACIEH0-
BaHMSI C HEMOJIHOM NEHETPAHTHOCTHIO U IEPEMEHHOI
SKCIIpEecCueH.

R. Preston, H.M. Stuart, R. Lennon (2019) [3]
CUHUTAIOT, YTO MYTAllMOHHBIA CKPUHUHT J10JDKEH OBbITH
JOCTYITHBIM JUISl TIAIIMEHTOB C M30JUPOBAHHBIM CTe-
pounopesnuctenTHeIM HC, npu cunapomansaom HC
C BHEIIOYCYHBIMU NPOSBICHUSIMH, YKa3bIBAIOLIMMHU
Ha PEAKUI TeHeTHYeCKUH CHHIPOM, JeNaeT Ielie-
c000pa3HbIM CKPHUHUHT CBSI3aHHBIX C HUM T'€HOB.

[lonoxxuTenbHple  pe3yabTaTbl  MYTALMOHHOIO
CKPHMHHHTA Y AETEH CO CTEPOHIOPE3UCTEHTHBIM H30-
JTpoBaHHBIM M cuHApoMabHBIM HC TpeOyroT rene-
THYECKOTO KOHCYJIBTUPOBAHUS M TECHOTO COTPYAHU-
YyecTBa neauarpa-Hedponora, Hedponora u reHeTu-
Ka. BO3HUKIINI B JETCKOM BO3pacTe HacieICTBEH-
HBIM M301MPOBaHHBIN 1 cuHapomanbHbelii HC Hepen-
ko nporpeccupyet B XbII y nanueHToB BO B3pOCIOM
BO3pacTe, MO3TOMY B CTPAaTErHMM BEACHUS MAallUCHTOB
¢ HacienctBeHHbIM HC pomxHa OBITH COXpaHeHa
TPaJULHUOHHO CIIOXMBILASICS PEEeMCTBEHHOCTD OKa-
3aHUS CIELUAN3UPOBAHHON HE(POIOTHUECKOM TOo-
MOIIH JIETCKOMY ¥ B3pOCJIOMY HAaCEJICHUIO.

3AKJTIOHEHUE

JlaHHBIE NUTEpaATyphl CBHIETEILCTBYIOT: B pe-
3yAbTATE TOCTHKEHUH MEUIINHCKON TeHETHKH yCTa-
HOBJICHA O3THOJIOTHUS TOPMOHOPE3UCTEHTHOTO W30-
JIUPOBAaHHOTO W CHHJIPOMAIBHOTO HE()POTHIECKOTO
CUHJIpOMA y TIEIUATPUYECKUX W B3POCIBIX MAIMeH-
ToB. KiIMHUKO-TeHEeTHYECKHE O0COOEHHOCTH HaCJIElI-
CTBEHHOTO HW30JUPOBAHHOTO WJIM CHHAPOMAIHLHOTO
He(PPOTUYECKOTO CHHApPOMA Yy TMEAUaTPUUYECKUX U
B3pPOCIIBIX MAIUEHTOB OOYCIIOBICHBI MYTAIMSIMH Te-
HOB, KOJJUPYFOIIINX OCHOBHBIE KOMIIOHEHTHI TJIOMEPY-
JISIpHOU Oa3anbHON MeMOpaHBbI, IIeNeBO qruadparMel,
CTPYKTYpHBIE U (PYHKIIMOHAIIbHBIE OSJIKH MOOINTA.
Krmandeckrie mposiBIeHUs IpY HACIIeICTBEHHOM He-
(hbpoTHYECKOM CHHIPOME Yy TIeTUATPUIECKIX U B3POC-
JIBIX TAIIMEHTOB 0TMEeYaroT B Bozpacte oT 0 1o 70 ner,
MIPOTPECCUPOBAHUE B TEPMHUHAIBHYIO TIOYSUHYIO He-
IOCTAaTOYHOCTH OT 5 Mec 10 75—80 et B 3aBUCUMO-
CTH OT TEHETUYECKHNX U KIIMHUKO-MOP(OIOTHIECKIX
0COOEHHOCTEM.

MonexyInspHO-TEeHETHUECKOE HCCIIEIOBAaHUEe TIPU
TOPMOHOPE3UCTEHTHBIX M30JIMPOBAHHOM W CHHAPO-

MaJbHOM HEe(POTHYECKOM CHHAPOME JI0 Havala IIH-
TOCTaTUYECKOM TEeparuu W BBIMOJHEHUS OWOIICHU
MOYKH Y TIEAUATPUISCKUX M B3POCIBIX IMAIUEHTOB
UMEEeT BaXHOE KIMHUYECKOE 3HAaYCHHWE I TpH-
HATHUS PEIIEHU O I1eIeCO00Pa3HOCTH MPOBEICHUS
OHMOTICHH TTOYKM ¥ WMMYHOCYTIPECCHBHON Teparuu,
OIIEHKH CKOPOCTH MPOTPECCHUPOBAHHS B TEPMUHAIIb-
HYO TIOYEYHYIO HEJ0CTaTOYHOCTbh, BHIOOPA IMMYHO-
CYTIPECCHBHOM Teparuy Tepes NpOoBeIeHUEM TpaHC-
iaHTanuy mnodku. Crosiasi nepesi 0Te4eCTBEHHOM
Hedponorueld mpobiieMa paHHEW JUATHOCTUKU Ha-
CJIEJICTBEHHOTO H30JMPOBAHHOTO M CHHIPOMAIBHO-
ro HePOTHUYECKOTO CHHIpPOMA y TeIUaTpUIECKHX
Y B3pOCIBIX IMAIMEHTOB JIOJDKHA OBITH peIleHa Iy-
TEM BHEAPEHHWS B HEPPOIOTUYECCKYIO IPAKTHKY
MOJIEKYJISIPHO-T€HETUYECKOTO TECTUPOBAHMS.

B coorBercTBUM ¢ mocTaHoBieHueM IlpaBu-
tenscTBa Poccuiickoit @enepaunu ot 10.12.2018 1.
Nel506 «O Ilporpamme rocygapcTBEHHBIX TapaHTHN
OecIIaTHOTO OKa3aHWs TpakIaHaM MEIUIIMHCKON
nomou Ha 2019 ron m Ha nmanoBbii nepuon 2020
u 2021 rompoBy», Mo BUY BBICOKOTEXHOJOTUYHOMU Me-
JUITTHCKOM TTOMOIIM — He(POIOTHs TapaHTUPOBAHO
MOJIEKYJIIPHO-TEHETUUECKOE UcciaeioBaHue [52].
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