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[EHbI NPHS1 W NPHS2 Y OETEW C HEGPOTUYECKMM CUHOPOMOM

AsepbaingkaHckuii MeanuMHCKuiA yHuBepcuTerT, . baky, A3epbaiiaxaH

PEDEPAT

[MpoaHann3npoBaH TeKyLMn CTaTyC XpPOHMYecKoro rnomepynoHedputa (XMH) y gerten, nepeyvmcneHbl N3BECTHbIE CTOPO-
Hbl MaTOreHe3a 1 YTo NPeacTouT U3y4nTb. B 4aCcTHOCTU, OTCYTCTBYIOT UM OrpaHUYEHbl AaHHbIe 0 OpemMeHn 6onesHn (3a-
60n1eBaemMoCTb, PaCNPOCTPAHEHHOCTb, TEMMbI MPOrPECCMPOBaHUSA); nMmeloLascs nHdopMaumus O B3aMMOCBS3M N3BECTHbIX
daKkToOpPOB pUcka OTHOCUTENbHO 3a60/1EBAEMOCTI, PACNPOCTPAHEHHOCTU U NPOrPECCUPOBAHNSI OrPaHNYeHa; HEAOCTAaTOYHO
LAHHbIX O BXHOCTN HakTOpOoB 340p0BbsA Matepn n GakTopoB pucka naoga. feHetndeckue npuyumHbl XIMH pasnuyaioTcs B
pasHbIX MecTax, U 3HaHUS ocTaloTcs orpaHndyeHHbiMU. Ons XIH xapakTepHo reHeTuyeckn 06ycnoBiieHHOe MMMYHOOMocpe-
[OBaHHOE BOCMNANEHME NOYEYHbIX KIyOO4YKOB, COMPOBOXAAEMOE UHTErPaLIMEl BCEX CTPYKTYP MOYEK B NATONOMMYECKNIA NPO-
uecc. MpuBeaeHbl gaHHble accoumaummn nonumopdramo reHoB NPHS1 1 NPHS2, nrpatowyx BaXKHYI0 poJib B MOJIEKYIIPHbIX
MexaHn3mMax HedpPOTUHECKOr0o CUHAPOMA B Pa3nnyHbIX nonynsumsax. OTMeYeHo, YTO B €BPOMecKoi nonynsumm Hambonee
YacTbiM MOAMMOPGOU3MOM, aCCOLMMPYIOLLMM CO CTEPOMAPE3NCTEHTHBIM HedpoTnyeckum cungpomom (HC), saBnsetcs
R138Q (rs74315342). Cpeam npaHckmx geten co ctepomngpedncteHTHelM HC pacnpoctpaHeHsl NPHS1 n NPHS2, a myTauum
p.R229Q He 3aperncTpmpoBaHbl. B oTanymne ot npaHCKmMx NOAPOCTKOB B POCCUMIACKOM NONYNAUMN Yy AEeTer C 9TON naTonoruen
BbISIBJIeHa YacTasa accoumaums nonmmopdHoro mapkepa R229Q B retepo3nrotHoM cocTtosHuM. Hn3kasa yactota MyTaumin B
NPHS1 n NPHS2 obHapyxeHa y nakuctaHckmx aeteit ¢ HC, Torpa kak y geteli ¢ HC n3 npaxckoi nonynauumn ¢ HC ceazaH
NPHS1 rs437168, Ho He NPHS2 rs61747728. Pap nccnenosaHuii nokasanu, 4To mytaumm B reHe NPHS2 npouncxogsat B 20 %
0o 30 % cnopaanyeckmx cnydaes crepomapesncteHTHoro HC. O6palleHo BHUMaHWE Ha HEAOCTATOYHOCTb N3YYEHHOCTH Mo~
numopduamMa aTnx reHoB y azepbarimxaHckmx geten ¢ XMH.

KnioueBble cnoBa: XpPOHNYECKNIM FMOMEPYITOHEDPUT, HEDPOTUHECKNIA CUHOPOM, OETU, reHbl, NOANMOPPUN3M, HEDPUH, MO-
LOUMH
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ABSTRACT

Analyzed the current status of chronic glomerulonephritis (CGN) in children, listed the known aspects of pathogenesis and
what remains to be studied. In particular, data on the burden of disease (incidence, prevalence, rate of progression) are miss-
ing or limited; available information on the relationship of known risk factors regarding morbidity, prevalence and progression
are limited; insufficient data on the importance of maternal health factors and fetal risk factors. Genetic causes of CGN vary
in different places and knowledge remains limited. CGN is characterized by genetically determined immuno-mediated inflam-
mation of the renal glomeruli, accompanied by the integration of all the structures of the kidneys into the pathological process.
The data on the association of NPHS1 and NPHS2 polymorphisms that play an important role in the molecular mechanisms
of nephrotic syndrome in various populations are presented. It is noted that in the European population the most frequent
polymorphism associated with steroid-resistant nephrotic syndrome (NS) is R138Q (rs74315342). NPHS1 and NPHS2 are
common among lranian children with steroid-resistant NS, and p.R229Q mutations are not registered. In contrast to Iranian
adolescents, in the Russian population in children with this pathology, a frequent association of the polymorphic marker R229Q
in the heterozygous state was revealed. A low mutation rate in NPHS1 and NPHS2 was found in Pakistani children with NS,
whereas in children with NA, from the Iranian population, NPHS1 rs437168, but not NPHS2 rs61747728, was associated with
NA. Several studies have shown that mutations in the NPHS2 gene occurin 20 % to 30 % of sporadic cases of steroid-resistant
NS. Attention is drawn to the lack of knowledge of the polymorphism of these genes in Azerbaijani children with CGN.
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B mnacrosmiee Bpemsi oTMedaeTcsi TEHIEHIUS K
MOBBILICHUIO 3a00JIEBa€MOCTBIO XPOHUYECKUM TJIO-
mepynonedpurom (XI'H) y nereii. B Azepbaiimxane
9TO MOATBEPHKIACT TOT (HAKT, YTO U3 TOCTIUTATH3HPO-
BaHHBIX JIeTel B TeueHue 4 et B I. baky u permonax
pecyonmuku 64,1 % cocTaBUIM JOETH C TUArHO30M
«XPOHHUYECKHI riomepyaonedpur» [1].

Onunemuonorus XI'H He yTouHeHa, Tak Kak CBOEB-
peMeHHasi TUarHoCTHKa 3a00JieBaHUS MMEET MEeCTO
mumb B 10-15% cnygaes [2]. Tem HEe menee, co-
obmraeTcs, 9To pacmpocTpaHeHHOCTh ['H B merckoit
omyJyIsIIuu B cpearem coctasiseT 0,13-0,2 %, a 3a-
6oneBaemocth — 33 Ha 10 000 mereii [3]. [lpu >TOM,
Heppornueckas Gopma XI'H Berpedaercst ¢ wacto-
toii 0,5 Ha 10 000 nmerckoro HacejleHHS W MPUYEM
ocobenHo yacto — B Bo3pacte 1,5-7 ner [3], a IgA-
Hedpponarust (IgAH), xoTopas siBisieTcst HambOolee
pacnpocTpaHeHHONH MPUYMHON TNEepBUYHOTO (MANO-
natudyeckoro) I'H u moBonsHO pacmpocTpaHEHHOMN
naToyiorueit B Mupe, cocrasisier B EBpone, A3un u
Asctpanuu 20—40 % Bcex cllydaeB MEPBUYHOTO T1O-
BpexaeHus riomepyi [4, S]. Tlo nanabIM MopdoIio-
THYECKHUX PEerucTpos, yactora I[gAH Bapbupyer B 3a-
BUCHMOCTH OT Te0rpadMuecKoro peruona, CoOCTaBIIss
ot 10-20 % B CUIA u EBpomne no 4045 % — B cTpa-
Hax Asun [5]. YcranosneHo, uto IgAH uarie pa3su-
BaeTCS y MPEJCTaBUTEIEH a3uaTCKON M €BPONEOU-
Hoit pacsl [6]. CormacHo nanHBIM 20-J1€THETO HAOII0-
nennst B mrate Kentykku (CLIA), pacnpoctpanen-
HocTh IgAH B 1974-1979 rr. cocramsina 5,4 ciydas
Ha 1 muH Hacenenus, B 1990-1994 rr. ona Bo3pocna
1o 12,4 cnygaeB Ha 1 mutH Hacenenus [4, 5].

Bwmecte ¢ Tem, naHHBIE MTOKa3aTeH BapbUPYIOTCS
B IIMPOKOM JTMATIa30HE U BO MHOTOM 3aBHCAT OT BO3-
pacra u mona, KiuMaroreorpaguyeckux 0coOeHHO-
CTEH, yCIIOBUH JKU3HU, CCHCUOMIN3AINH OpraHu3Ma,
SMHUJEMHUN OCTPOU PEeCcrUpaTopHON WHQEKIMH, JET-
ckux uHpeknuit u apyrux dakropos [7].

Nzyuenne HC y neteit ¢ pasnuunbiMH 3a0o0ie-
BaHUSIMH TI03BOJIUJIO BBISIBUTH PA3HOPOJHOCTH €0
STHOJIOTHH, KIMHUKO-MOP(]OIOTHYECKYIO BBIPAKEH-
HocTb. [Ipu aToM B cTpykType HC y nereli BeIABICHO
npeobaganue HC ¢ MUHMMaIbHBIMUA U3MEHEHUSIMH
[8].

Hedporuueckunii cunzmpom sApnsieTcss Hamboee
pacnpocTpaHeHHBIM 3a00JieBaHUEM TOYEK y JeTel
BO BCEM MHpE. YCTaHOBJIEHO, YTO B 3THOJIOTHH H TIa-
torereze HC BakHyIO pOJIb WUTpalOT T€HETHYECKHE
(hakToppl. AKTHBHOE pa3BUTHE TEHETUYCCKHUX WC-
CJIeIOBAaHUHN B HE(PPOIOTHH MPHUBEJIO K TTOHUMAHUIO
POJH FeHETHUECKUX MYTaIUi B TOTUMOP(HU3MOB, Be-
nyumx K BosaukHoBeHuio HC y gereit. [lpaBunbsHoe
BBISICHEHUE TPUYUH Pa3BUTHs 3a00J€BaHHUS MOXKET
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KapIMHAJIBHO M3MEHUTHh Tepaluio U BeJeHHE Malu-
eHra HedpomoroM. B mocnennue aecATHICTHS Ha-
OrroaeTcst pOCT YHciia UCCIIEA0BAaHUH 10 N3YYEHHUIO
TeHEeTHYECKUX NPUYHMH cTepouapesucrentHoro HC
(CPHC). [oxkazano, uto Gonee 30 GenkoB, peryiu-
pyOmuX (QYHKIHIO KITyOOYKOBOH (DUIIBTpAIMH TJI0-
MEpYJISIpHO# 0a3alibHOM MEMOpaHbI, CBS3aHbI C 3TUM
3a00JIeBaHUEM, B UX YUCIIC OEJKHU TIOIOIUTOB IIelie-
BOH quadparMbl, akTHHOBBIC IIUTOCKEJICTHBIC OCNIKH,
MHUTOXOHIpHUaJIbHbIC OCNIKH, OeJIKM aare3uu, (akro-
PBI TPAHCKPHUILIKU U p. [ eHeTHUecKas mpuynHa pas-
Butuss CPHC moxeT ObITh BhIsIBICHA TIoUTH Y 70 %
JIeTel ¢ BpoXkaAeHHBIM U Yy 50 % — ¢ nHbaHTHILHBIM
HC u 3HaunTenpHO pexke y MalUeHToB Oosee crap-
mero Bo3pacta. OmpeneneHne TeHETHYECKOW MpH-
yuHbl pa3sutuss CPHC BakHo y neTeil, mMOCKOJIBKY
000CHOBBIBaeT HEOOXOAUMOCTH 00CIIeIOBAHUSA APY-
THX Y4JICHOB CEMbH, MTO3BOJISET IPOrHO3UPOBATH PUCK
pa3BUTHUS peluuarBa 3a00JIeBaHUS TOCIE Mepecaaku
MOYKH U, YTO OYEHb Ba)KHO, IPOTHO3UPYET OTBET Ha
MMMYHOCYIIPECCUBHYIO Tepanuio [9].

‘Yeranosneno, uto B 20 % cirygaeB HC conpoBoxia-
et momepyiaonedpur (I'H) [2]. [TaroreHeTnueckue
MexaHu3Mbl ['H MHOTOYHCIEHHBI M CIIOKHBI, BKIIIO-
yasi KaKk T'yMOPAJIbHBIH, TaK U KJIIETOUYHbII HIMMYHHBII
oTBeT. bonpIoe Koln4ecTBO KIMHUYECKHX, UMMY-
HOJIOTHYECKHUX U IKCIIEPUMEHTAIBHBIX JAHHBIX MO/~
TBEPIKJAaeT TUIOTe3y O TOM, YTO OOJBIIUHCTBO (hopMm
I'H saBisAroTCs pe3yapTaroM HMMYHOJIOTHYECKUX Me-
xaHn3MoB [10]. XapakTep UMMYHHBIX peakiii, Ko-
TOpble NPUBOJAT K I'H, CHIBHO 3aBUCHUT OT UMMYHO-
TeHHBIX (eHOTHUIIOB [11].

B HacTosmmee BpeMs MbI 3HaeM, UTO:

- 3a00NeBaHNe Pa3BUBACTCS 11O HECKOIBKUM TIPU-
YHHAM;

- BIUSET Ha Ka4eCTBO M TPOAOKUTENHLHOCTD
JKU3HU;

- OKa3bIBaeT HETaTHMBHOE BIUSHHE Ha OOMEH Be-
IIECTB;

- OTpa)kaeT cephe3HbIe OCIOKHEHUS MHOTHX 00-
JIC3HEH;

- atnostorust XI'H ocTaeTcst HeonpeaeeHHO;

- 3HaHue 3Trojoru XI'H BaxHO /11 OpueHTaLU
Ha KOHKPETHbIE METO/bI JICUCHUS;

- OTIpEeAENAIoNIas Pojdb UMMYHOIIATOIOTHYECKOTO
nporecca B naroreHeze XI'H y GonpmnHCTBa Aete
He TI0/IBePTaeTcsi COMHEHHUIO;

- MEXaHU3MBI, BBI3BIBAIOIINE TPOTPECCHPYIOLIYIO
MOYEYHYI0 HEJOCTAaTOYHOCTh, U aCCOLMHPOBAaHHBIC
CHUCTEMHBbIE OCJIOKHEHHSI OCTAIOTCA HE TOJHOCTHIO
TIOHATHBI, YTO MPUBOIUT K OTCYTCTBUIO I€JI€HATIPaB-
JICHHOW Teparuy; HeJAOCTAaTOYHO KIMHUYECKHUX HC-
CJIEJOBaHUM.
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UTo mpeacTOUT MCCIIENOoBaTh, ObLIO 03BYYCHO Ha
miobanpHoM cammure ISN Global Kidney Health
Summit u yka3aHo B T0pokHOM KapTe (the roadmap)
0 YXO/Y, UCCIICIOBAHUIO M TIOJIMTHKH XPOHUYECKOTO
3aboneBanus movek [12].

B noxymente I'mo6ansHoro Cammura mo 310po-
BbI0 [Touek Mexaynaponnoro O6mectBa Hedpoo-
roB (ISN Global Kidney Health Summit), B gactHo-
CTH, OTMEYECHO:

* MaHHBIC 0 OpemMeHHu 60e3Hn (3a00JIeBaEMOCTD,
pacrnpoCTpaHEeHHOCTh, TEMITbI ITPOTPECCUPOBAHNS)
OTCYTCTBYIOT WJTH OTPaHUYEHBI, YTO 3aTPYIHSET PH-
HATHE PELLICHUN;

* FIMeeTCsl OrpaHMycHHas MH(opMmanus o B3au-
MOCBSI3H M3BECTHBIX (PaKTOPOB PUCKA OTHOCHUTEIHHO
3a00JIeBaEMOCTH, PAaCIPOCTPAHEHHOCTH U TIporpec-
CHpOBaHWUSI,

* HET JOCTATOYHO JIAHHBIX O BAXKHOCTH (PAKTOPOB
3JI0POBBSI MaTepH U (PaKTOPOB PUCKA IJIO/IA;

e rederndyeckue npuunHel XI'H paznuuarorcs B
Pa3HBIX MecTaxX, ¥ 3HAHHUS OCTAIOTCS OTPaHMICHHBIMU.

I'mo6ampupiM CammuToM 10 3mopoBbio [louex
Mexaynapognoro OomectBa Hedpomoros (ISN
Global Kidney Health Summit) pekomeH10BaHO:

* M3y4eHue crieruuIecKux st O0JIe3HN MapKe-
POB TIOBPEKICHUSI MTOYCK;

* yay4ieHue cuctemsl Habmonenus XI'H mis o6-
JIETYEHUsSI OTKPBITHSI HOBBIX (PaKTOPOB PHCKA;

* onpeneneHue reuernyeckux npuunH XI'H;

* TIOBBIIIICHNE OCBEJOMIICHHOCTH HACEJICHUS U TTa-
[UCHTOB, a TaK)KEe WX POAUTENCH O BaKHOCTH I'cHe-
TUKY [T TOHUMaHUSI ¥ JICYCHHUS TOTO 3a00JIeBaHMS,

* YBEJIMYCHUE Pa3HOOOPA3Usi TeHOTUITHPOBAHHBIX
MO,

* ynyuiienue guarHoctuku XI'H Ha ocHoBe mo-
YeyHOM OHoIcHy;

* MTOBBIIIICHIE HEMHBA3UBHBIX METOJIOB aHAIN3a,;

* CONICICTBOBATh BBISBICHUIO, MPOBEPKE W BHE-
JPEHUIO JUArHOCTUYESCKHUX U MPOTHOCTHYECKUX OMO-
MapKepoB;

* MIPOJBM)KEHHE 0A30BBIX U KIMHUYECKUX HCCIIe-
JOBaHWH JUIsI IOHUMaHUs NaTo(u3nOIOTHU KITIo4e-
BBIX CUMIITOMOB JUTs1 3 heKTUBHOM Tepanuu;

* YBEJIMYCHUE KOJMYECTBA M KAaueCTBa KIMHHYE-
CKHUX HcciemoBanmii [12].

YckopeHHOE pa3BHTHE TEHETHKU M MOJICKYIISIPHOI
OMOJIOTMH TIOCTY)KIJIO OCHOBOM ISl H3Y4YEHUS MOJie-
KyJSIpPHOHM TeHEeTHKHU Pa3lInYHbIX 3a0oneBanuil. B Ha-
CTOsIIIIee BPEMsI OCHOBHBIM ITOJIOKEHUEM MOJICKYJISIP-
HOU TeHETUKHU O0JIe3HEH SIBISIETCSI IPEICTaBICHUE 00
accolMay MOJIMMOPPHOTO MapKepa reHa ¢ IMpe-
PacIoNOKEHHOCTHIO WIIM YCTOMYMBOCTHIO Pa3BUTHUS
3a0omeBanus [13].

JlaHHBbIE KpyIHENIINX METa-aHAJIN30B, IPOBEICH-
HBIX 10 pe3yJpTaraM UCCIIEJOBAHUM acCOLMALUN re-
HETHUYECKHX MapKEPOB C MPEIPaCIIONOKEHHOCTBIO K
MYJIbTU(AKTOPHAIBHBIM 3a00J€BaHUAM, CBHUIETENb-
CTBYIOT O KpaiiHe HU3KOM MX BOCIPOU3BOJUMOCTH B
Pa3IMYHBIX MOMYJIAUUAX Mupa [14].

Hna XI'H xapakTepHO TreHeTH4ecKdu O0O0yCIoB-
JIEHHO€ MMMYHOOIIOCpPEJIOBaHHOE BOCHAaJIEHUE II0-
YEUHBIX KJIIYOOUKOB, COTPOBOXKIAEMOE HMHTETpaIueit
BCEX CTPYKTyp MOYEK B MAaTOJOTHYECKHI Imporiecc,
pa3BUTHEM TOYEYHOIN HEJOCTATOYHOCTH, CMOPIIMBA-
HHUEM ToYkH U T.10. [11].

C 1998 rona Bce 6obliie 1 0OJBIIE TEHETHYECKUX
neeKToB BhIsIBICHO B narorene3e XI'H, u aTu rene-
THYecKre JieeKThl B OONBIIMHCTBE ClIy4aeB OOHa-
pyxennl ipu HC [15]. B 10-neTHem uccienoBaHun
reHeTH4ecKnx 3adoneBanuii mouek B HoBoil 3enan-
JTUU U ABCTpasTuul CTepOouIHBINA ycToiunBbIi HC ObL1
BTOPBIM IO PacIpOCTPAHEHHOCTH BPOXKIECHHBIM I10-
yeyHBIM 3a0oJieBanueM ¢ yactoroit 10,7 ma 1 000 000
nereit [16].

CormnacHo MoOJieNu HAcJIeI0BAaHUs, TEHETUYECKUE
JneeKTbl MOTYT OBITh pa3/ielieHbl Ha ayTOCOMHO-
PEIECCUBHYIO WM ayTOCOMHO-JOMHHAHTHYIO MO-
JIeIIb.

B nacrosimee Bpems uzBectHo 53 rena HC. Ilo-
kazaHo, uro HegpuH (NPHS1), mogounn (NPHS2) n
CD2AP aBistroTCS OCHOBHBIMH JJIEMEHTAMH IIEJIE-
Boii nuadparmel. Kpome Toro, PLCel, HenaBHO Ha-
3BanHBI NPHS3 1 3axomuposBannsiii PLCE1, npen-
cTaBisieT co0oi Gocdomnumasy, KOTopas HHUITHHPYET
BTOPOU MeCCEHIKEP, PETyIHPYIOMINi pocT U udde-
PEHIMPOBKY KJeTok [17].

I'en NPHSI1 pacnonoxen Ha xpomocome 19q13.
TpancmeMOpaHHBI 0€JIOK, KOAMPYEMBI ATOT TEH,
He(pHH, UMEeT pelIaroiiee 3HaueHne IS [eJT0CTHO-
¢t 1meneBoit nuadparmer. Mytanus B reae NPHSI
oTBeTCTBeHHa 3a BpoxaeHHbH HC ¢uHCcKOTO THMA,
KOTOPBIA MOXKET BBI3BaTh JICTAIBHYIO TPOTEUHYPHUIO
NpU POXKJICHUU U OTCYTCTBUE MIETCBOH AuadparMel.
Mexny Tem, y manueHTtoB ¢ BpoxkaeHHbi HC He
(DMHCKOTO THIIA UMEIOTCSl pa3Hble MyTalluK, U ObUIH
onmcansl 6onee 60 mytanwmii B renax NPHSI1 [11].

Hedporuueckuii cunnpom ¢unckoro tumna (CNF,
MIM Ne 256300) siBisieTcsi Haubosee pacipocTpa-
HEHHBIM U Ha3BaH B CHJy BBICOKOH 3a00JIeBaeMOCTH
B Ounmsaauu — 1:8200 sxuBopoxkaenuii [18]. [Toka-
3aHo, yto HC Bb13Ban myTarmsimu B NPHS1. 3a6ore-
BaHHUE XapaKTEPU3YETCs MACCHUBHOW NPOTEHHYpPHUEH
MIPU POXKACHNUH, OOJBIION TIAIIEHTOH, BBIpaKEHHBIM
OTEKOM, TPEKIEBPEMEHHBIM POJKICHUEM U My TallHs-
mu B NPHS1, npencraBieHHBIME B TIEPBYIO HEICITIO
JKu3HU. HeperynspHas MuUKpouHCTHYEcKas TuiaTa-
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LM IPOKCUMAJIbHBIX KaHaJbIIEB — HauboJIee Xapak-
TEPHBINA TUCTOIOTHUCCKUH TTpu3HakK [19].

Mytanuu B rene NPHS1, kopupytomue HedpuH,
OJTHH M3 HaunOoJiee BaXKHBIX B MOJJACPKAHUU CTPYK-
TYpHOU U (PyHKITMOHAIBHOM IIETOCTHOCTH IIEIeBON
nradparmMbl B KIIyOOUKOBOTO (DHIIBTPAIIMOHHOTO Oa-
prepa. OHU ABIAIOTCS HanOoJee pacpoCTpaHEHHON
npuannHoit HC Bo Bcem mupe. Myrtanus Finmajor
(nt121delCT, L41fsX91) u Finminor (c.3325 C> T,
R1109X) B rene NPHS1 O6butn nepBeIMH MyTaIus-
MH, KOTOpbIe ObUTM OOHApy>KEHBI M YacTO BCTpeda-
much pu HC B punckoii momymsiinu (98 % cioyyaes),
OJIHAKO ATHU MYTAIlMU TAaK)Ke BCTPEYAIOTCS B JIPYTUX
sTHHYecKuX rpynmnax. Ckpuauar myranuu NPHSI1 y
MAIMeHToB He (PUHCKOrO THMa IMOKa3all, YTO YacTo-
ta myTtanuii NPHS1 y HUX HIDKe, yeM y ManneHToB
¢unckoro Tumma HC ma 39-50 % [20].

B mnacroamee Bpems ommcano 173 pazauuHBIX
mytatmid B NPHS1. IlpeacraBnennrsle naHHbIE TMO-
Ka3bpIBarOT, uTo crektp myrtammii NPHS1 Bce emre
pacimpsieTcs, BKJII0Yasi HOBbIE 3K30HbI y MalEHTOB
Pa3IMYHOTO STHUYECKOTO MPOUCXOKACHHUS 110 BCEMY
Mupy. BbIsiBIIEHO Takke, 4TO y MAIMEHTOB C MyTa-
musvu NPHS1 mo cpaBHeHHIO ¢ MyTanusMud reHa
NPHS2 teuenne HC Goiee tsoxenoe [21].

I'en NPHS2, pacnonoxxeHHBIE Ha XpoMoOcoMe
1g25.2, komupyer momouumH (om nam. Podocytus;
epeu. Podion — nooicka + cocmoe. Cytus — xkiemka),
KOTOPBII SIBISIETCS BKHBIM OEJIKOM, BBIPAYKEHHBIM
BUCIICPATLHBIMEA  KJIyOOYKOBBIMH SITUTEIHATHHBIMH
KIeTKamMu (TomomuThl). llogonnH ¢ HECKOIBKUMHU
JIPYTUMH OETIKaMH BBICTYTIAET B KAY€CTBE MOCTHKA B
CTPYKTYPHOH OpTaHM3AIMU KIYOOYKOBOH IIIEICBOM
MeMOpaHbl, KoTopast peryaupyeT GpyHkiuto GuibTpa-
UM TOYKH.

VeranosieHo, yto red NPHS2 cocTtouT m3 BoChb-
MM 3K30HOB, COCTOUT M3 383 aMHHOKHCJIOT, HMECT
MOJICKYJISIpHYT0 Maccy 42 k/la u oTHOCHTCSI K OeKam
ceMelicTBa CTOMAaTHHOB. IlocnenoBaTesbHOCTE €ro
AMUHOKHUCIIOT Ha 46 % WUICHTUYHA CTOMATHHY Yello-
Beka. [lomonun 3akperuisieT HeGpuH B TIIOMEPYIISp-
HOI MeMOpaHe, 4yepe3 KOTOPYH MPOUCXOTUT (PUilb-
Tpalusi KpOBH B MEPBUYHYIO Mody. TakuMm oOpaszom,
MOJIOLIMH, B3aMMOJEHCTBYS C TaKMMH O€JIKaMH, Kak
Heppun u CD2AP, yyacTByer B 00pa3oBaHUM TpaHC-
MeMmOpaHHoTO 6emKoBoro KomIiuiekca [22]. [Tokazano,
YTO ONpe/IeEHHBIC MyTaIlUU U TIOUMMOp(QHBIEC Bapu-
AHTBHI T€HA TOJIOLIMHA MOTYT OBITh aCCOIMUPOBAHBI
C HapyUIeHHEM MPOHHUIIAEMOCTH MEeMOpaHbl B MOJ0-
UTax, MPHUBOIIUM K TOSIBICHUIO MPOTEHHYPUH,
JIMITUACMUH U JPYTHM TTaTOJIOTUYECKAM H3MEHEHUSIM
(unbTpanny KpoBU B epBUYHYIO Mouy [23]. Myra-
LIUH B T'eHE, KOJMPYIOIIEM TIOIOINH, MOTYT SIBJISITHCSI
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MPUYUHON PE3UCTEHTHOCTH K TEparvu CTEPOUaAaMU
nipu crepouapesuctenTHOM HC [24]. CornacHo aan-
HeIM 0a3el NCBI, myranuu B rene NPHS2 BoisiBisa-
foTcst npuMepHo B 50 % cityuaeB ceMelHbIX (opm
crepounpesuctentHoro HC u B 8-20 % — npu cropa-
MUYECKUX ciydasx [25].

CooOmraercss, YTO B EBPOINEHCKON MOMyNALUU
HauOoJIee YacThIM MOJIUMOP(U3MOM, KOTOPBIM ac-
couuupyet co crepouzapesnucreHTHeIM HC, siBgercs
R138Q (rs74315342). JIpyrum 4acTo BCTpeHaeMbIM
noauMophHBIM MapkepoM siBisiercst R229Q. B 6aze
nmanHbix NCBI conepskarcst 35 momumophu3MoB ajist
MPHK nononnna u 377 nonmumMoppu3MoB U MyTalui
nu1st rena NPHS2, Birodass HHTPOHHYIO, TIPOMOTOP-
HYIO U 3’ HE KOIUPYIOIIYI0 00J1acThb. AHAIN3 CIIEKTpa
noxuMopdu3MoB u myTanuii B rene NPHS2 nokaszan,
YTO B OCHOBHOM 3TO TOYEUHbIE HYKJICOTHIHBIE 3aMe-
HEI [26].

Pspx nccnenoBanuii mokasaju, 4TO MyTalluy B TeHE
NPHS2 cocrasmnstor ot 20 no 30 % cnopanndeckux
ciayuaeB ctepounpesuctenTHoro HC [27].

Myranuu B rene NPHS2 00bruHO OTBeuaroT 3a
crepounpesuctentHelii HC y nmereil. ['enernueckoe
uccinegoBanue 39 nereii ¢ HC moka3zaio, 4To ogHOM
U3 MPUYUH pa3BUTHs cTepousipesuctentHoro HC sB-
nsgeTcs Hanuuue myTtanmid B rene NPHS2, xotopsiit
OTBETCTBEH 3a CHHTE3 OejIka rmojonuHa [26].

CD2AP (CD2-acconuupoBaHHBIH 0esl0K) ¢ MoJie-
KymsipHoit Maccoi 80 k/la accoruupyeTcst ¢ peren-
TopHBIM OenkoM T-mumporutoB — CD2. B T-kneTkax
CD2AP crabunmm3upyeT B3aUMOACHCTBUE C aHTHTCH-
npe3eHtys kietkamu. bemox CD2AP perymmupyer
KJICTOUHBIM CKEJIET TOIOIMTOB U CTaOMIH3HPYET
¢dunpTpanronHsie menu [27].

Koncoprmmymom PodoNet co3man MexmyHa-
poxubIil peectp Mg BpoxaenHoro HC u crepouna-
croiikoro HC y gereii. C aBrycta 2009 roga kiauHH-
gyeckasi, OMOXuMHUYecKast, TeHeTUYeCcKas M TUCTOIaTo-
nmoruyeckas nHdopmanms Obl1a coOpaHa Kak peTpo-
CHEKTUBHO, TaK U MEPCHEeKTHBHO y 1655 manueHToB
co crepougHoctoiikum HC y nmereil, BpoxKIeHHBIM
HC wunm croiikoil cyOHEHpOTHUECKONH MPOTEHHYpPHU-
eil BepOSITHOTO TeHETUYECKOTO IPOUCXOXKACHUS B
67 uentpax B 21 uepe3 nunrepuer-noprai. Crepou-
ycroitunBbiii HC mposBisiiics B mepBble 5 JIeT Ku3-
HU 'y 64 % maumenToB. Bpoxxaennsiit HC cocrasisin
6 % Bcex MaIMeHTOB. JKCTpapeHAIbHBIC aHOMAJINH
Habmomamuck 'y 17 % maumentoB. Hambonee pac-
MIPOCTPAHEHHBIMHA THCTOMATOJIOTHYECKUMH JHarHO-
3amMu OBLTH (DOKATBHBIN CETMEHTAPHBIN TIIOMEpYIIo-
ckiepo3 (OCI'C) y 56 %, munuManbpHas HeQpomaTus
y 21 % u me3anruonponudeparusuas ['H —y 12 %
narnueHToB. MyTallMOHHBIH CKPUHUHT TIPOBOJIWIIN Y
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1174 manueHToB, ¥ MpUYKUHA 3a001eBaHMS ObLIa BHI-
apneHa y 23,6 % maiueHToB, MpoIeIIINX CKPUHNHT.
Cpenu 14 reHOB ¢ 3aperUCTPUPOBAHHBIMU MYTallUs-
MU Han0oJiee 9acTo BRIABIUINCH aHoManuu B NPHS2
(n = 138), WTI1 (n = 48) u NPHS1 (n = 41). [lona
MAIMEHTOB C IPUYUHON T€HETHUECKOTO 3a00IeBaHUs
CHIDKAJIach C yBEJMUEHNEM BO3pacTa MPOSBICHHS: OT
66 % npu BpOXKIEHHOM HE(PPOTHUECKOM CHHAPOME
10 15-16 % y IMIKOTHHUKOB U TTOJPOCTKOB [27].

[To nannbiM A. Bierzynska et al. [17], BapuanTsl
nonumopdusma npu HC 6wt 06HapyskeHsl y 26,2 %
MAIMeHTOB. ABTOPbI OTMEUAIOT, YTO Yallle 3TO TPOH-
30III0 B TpeX HamboJiee CBA3aHHBIX CO CTEPOUTHBIM
HC renamu: NPHS1, NPHS2 u WT1, a takke u 'y 14
JPYTHX TCHOB.

CymiecTByeT 60jiee CIOXKHBIA aaTOPUTM OICHKU
HC B 3aBucuMOCTH OT BO3pacTa MpeACTaBICHHUS, Xa-
pakTepa HacJIel0BaHHUA, CHHIPOMA U ITOYeYHOH maTo-
norun. Ecnin HC nposBnseTcs B TeueHUue HEOHATab-
HOTO IepHOo/Ia, a TIoYeUHast OMOTICUS BBISBIISET paju-
aJbHOE pAaCUIMpeHHe MPOKCHUMAJIbHBIX KaHaJbIIEB,
cHayasia HeoOxoaumo orienuts NPHS1. Onnako npu
MTOYEYHBIX TATOJOTHIX, IPOUCXOIAINX C POKICHUA,
cHauajna cienyer oneHuTh NPHS2, a 3arem NPHSI
[17].

B. Behnam et al. [14] moka3anu, uro kak NPHSI,
tak ©1 NPHS2, pacnpoctpanens! cpean HpaHCKHX
meteit co crepounpesucteHTHEIM HC. MyTtamms
p-R229Q ne Obima 3aperucTpupoBaHa y HpPaHCKUX
MOJIPOCTKOB C 3TOW MaToyiorhell. ABTOpPBHI TPOBENIN
uccnenoanne NPHS2 y 338 manueHTOB U BHEISIBUIN
reTepOreHHOCTh ¢ 43 % MyTanueil st ceMeiHbIX U
10,5% it ciopagdecKuX CTePOUAPE3IUCTCHTHBIX
HC. [BoitHas myTanus Oblia CBS3aHa ¢ PAaHHUM Ha-
4aJioM 3a00JIeBaHUs, a TeTePO3UTOTHI MIPECTABICHBI
noke. CorlacHO TMOMyYeHHBIM pe3ylbTaraM, Ia-
toreaHble MyTtannn NPHS2 orpanudens! Tspkenoin
panHei cramueit crepounpesuctenTHoro HC u ot-
CYTCTBHEM pELUUJMBA TPOTEHHYPUHU TMOCIE TpaHC-
IJTAHTALH TTOYEK.

B omnuune oT MpaHCKUX NOAPOCTKOB B POCCHIA-
CKOH MOMYJIALNN Y JETeH CO CTepOnAPE3UCTEHTHBIM
HC naumbonee wacto accouuupoBaji MOIUMOP(HBINA
mapkep R229Q) B rerepo3uroTHoM cocTossHuu [26].

[To coobmenusm M. Hashemi et al. [28], y nereit
¢ HC u3 upanckoit nomyssiiuu ¢ HC cBsizan NPHS1
rs437168, no ne NPHS2 rs61747728. UccinenoBanue
145 neteii ¢ HC mokazano HU3KYIO 9acTOTY MyTalui
B NPHS1 u NPHS2 B ITakucrane [29].

B.I. Freedman et al. [30] cuuTaroT, 4TO reTepo-
3urotHeie Mytanmuun NPHS2, BapuanTsl mociemnosa-
TEJILHOCTHU ¥ MOJTUMOP(U3MBI MOTYT UT'PaTh ONpe/ie-
JICHHYIO POJIb B HETHUIMYHBIX CIIydasix CTEPOUIPE3H-

creatHoro HC ¢ Goree Mo3IHUM HadanoM, MSTKHM
KITMHIYECKUM TEYCHHEM U PelUIUBHUPYIONIUM 3200-
JIeBaHMEM TIOCIIe TPAHCTUIAHTAIIMH TTOYKH.

CrnenyeT oTMeTHTh, uTOo Mexaynapoganoe OO6-
mectBo Hedponoros mnpusHaer He0OX0IUMOCTh
COBMECTHOTO IuIaHa pemeHus npobiemsl XbII B
obmem, 1 XI'H B wactHOCcTH. [loaTOMy Mexmy-
HapoaHoe OOmectBo Hedposoros /International
Society of Nephrology (ISN) opranuzoBajio cam-
MHUT, KOTOpBIN cocrtosiiica B Bankysepe, Kanana, B
urosie 2016 1. Llenpro coBemanus ObLIO BBISIBJICHHE
U YCTaHOBIIEHHE TPHOPUTETOB OCHOBHBIX MEpPO-
npusATHil Ha cnexyromue 5—10 jget B obnactu Kin-
HUYECKOW MOMOIIM, UCCIIENOBAaHUN U MpoIarasjsl,
a TaKkKe CO3JIaHue TUIaHa NCUCTBUN U paMKH pado-
Thl Ha OCHOBE JECATH TEM: YCHJIMTHh KOHTPOJIb 3a
XBIT; pemiath ocHOBHBIE hakTophl prcka st XBII;
YMEHBIIUTH OCTPOE MOBPEXKACHUE TTOYEK — 0COOBIN
¢dakrop pucka jans XBIIl; ymydmwurs moHuMaHue
reHetuyeckux npudnH XBII; ycTaHOBUTH Jrydiine
Juarsoctuuyeckue metonbl B XbBII; ynydmurs mo-
HHUMaHHEe ecTecTBeHHOro xoma XbBII; olneHuBaTh U
BHEJPATH YCTAHOBJICHHBIE BAPUAHTHI JICUCHUS Y T1a-
uueHToB ¢ XBII; yaydlmnTs Je4eHue CUMIITOMOB U
ocnoxxaennit XbII; pa3paborars HOBbIE TEpaneBTH-
YeCKUEe BMELIATENbCTBA I 3aMEJICHUs Mporpec-
cupoBanus XBII u cokpamenus ocnoxxaenuit XbII;
YBEJIMYUTHh KOJUYECTBO M KAa4eCTBO KIMHUYECKHUX
ucneiTanuii B XbBI1.

J71s1 MHOTOTpaHHOTO TUTaHA ICUCTBHI TT0 60PBOE C
pactymuMm 6pemereM XbII u ero ocnoxuennit HeoO-
XOIUM TII0OAIBLHBIN COBMECTHBIN MOAXO0 BCEX 3aMH-
TEepPEeCOBaHHBIX CTOPOH, B HaIlleM cllydae He(hpoIoroB
u neauarpoB. HeoOXxoauMo nMpoBecTr TOTONMHNUTENb-
HYI0 pa0oTy, YTOOBI MMOHATH MPUYUHBI U TATOPHU3UO-
noruto XbBII Ha ypoBHE OTIENbHBIX MALIMEHTOB U Ha
ypoBHE HaceneHus B pervonax, rae XbII sBusgercs
sHAeMuyecknM. CyliecTBYIOIINE TaHHBIE M HCTOY-
HUKW OMOMAaTepuasoB JOHKHBI OBITh JTydIlle UCTIONb-
30BaHbl IyTEM COACHCTBUSI COBMECTHBIM JE€HCTBU-
M ¥ COKpAIeHHs aJIMUHHCTPATUBHBIX Oapbepos.
Knunnueckas u ucciengoBaTensckas pabodas cuiia
JIOJDKHA CYLIECTBEHHO PACTH, YTOOBI CIIPaBUTHCS C
ro6ansHeiM 6peMenemM XbII, ocobeHHo B cTpaHax ¢
HU3KUM U CPEHUM YPOBHEM J0XOJIa.

Taxum oOpazom, reast NPHS1 u NPHS2, xoto-
pbIe UTPalOT BAXHYIO POJIb B MOJEKYJISIPHBIX Mexa-
Huzmax HC, moaBeprarorcs MoJeKylnIpHOMY aHaJIH-
3y BO BceM mupe. OJHAKO UMEIOTCS OrpaHHYEHHbBIC
MyOJIMKAIMU 110 TeHETUYECKUM OCHOBaM U BapHallu-
sm y manmentoB ¢ HC B AzepOaiimkane. B cBsizu ¢
YeM MCCIIeIOBaHMs B 9TOM HaIpaBJICHUU B PeCITyOIn-
K€ aKTyaJIbHBI.
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