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B nipecTaBI€HHOM CTAThE IPUBOIATCA PE3YIbTATHI IOUCKA MYTaIluH B reHe nogouuHa (NPHS2) y 50 ge-
TeH CO CIOPATUICCKHM CTEPOHI-PE3UCTEHTHHIM HE(PPOTHIECKHM CHHIPOMOM U3 PA3THIHBIX PETHOHOB
Poccum u 50 gerei rpynmnsl KOHTPOJIA (IIOMY/IIMOHHAA BRIOOPKA). BiepBhIe BRIABICHA paHEe HE OIMMHCAH-
Hasj IreTepO3UIOTHAA HOHCEHC-MyTanus €.259 G>T (p.87Glu>X) B a3x30He 1 NPHS2 reHa y OJHOTO pebeHKa co
CTePOHU/I-PE3UCTEHTHHIM HE(PPOTHIECKHM CHHAPOMOM H (POKATHHO-CETMEHTAPHBIM ITIOMEPYIO0CKIEPO30M.
YcraHOBI€HA €IMHCTBEHHAs, PAaHEE HE OIIMCAHHAMA, HYKJICOTHAHAA 3aMeHa A>G B HHTPOHE 7 (¢.872+7A>G)
rena NPHS2 y Tpex nmanuenToB co CPHC 1 5 gereii KOHTPOAbHOM rpynnsl (6 1 10% cooTBeTCTBEHHO, P > 0,05).
ITorydyeHHBIE PE3YIbTATHI HCCIEJOBAHHSA CBHIETEAbCTBYIOT O HU3KOM 4aCTOTE MyTanui B rene NPHS2 y ne-
Ter co cnopagundyeckuM CPHC. JaHHBIH (DaKT CBHAETEIBCTBYET B IIOJIb3Y '€HETHYECKOH I'e€TepOTreHHOCTH
CPHC y pOCCHHCKHX J€TeH.

This article presents the results of identification of mutations in the podocin gene (NPHS2) in 50 Russian chil-
dren with sporadic steroid-resistant nephrotic syndrome (SRNS) and in the control group of 50 healthy children.
One novel heterozygous nonsense mutation of c.259 G>T (p.87Glu>X) was identified in the exon 1 of the VPHS2 gene
in a SRNS child with FSGS. We also found one kind of single nucleotide polymorphism ¢.872+74>G in the intron 7 of
the NPHS2 gene in 3/50 SRNS patients and in 5/50 children in control (6% and 10%, respectively, p > 0.05). Our results
indicate that mutation-detected rate in the NPHS2 gene in Russian children with sporadic SRNS was low. Prelimi-
nary data suggest that there is a genetic heterogeneity of SRNS in Russian children.

Cnopagnyeckuil Hepporudeckuit cunapom (HC)
BCTPEYAETC cpeau aeTei B EBpore ¢ wacroron 2:100 000
[8, 20, 22]. Crepoun-pesucrentHeiiit HC (CPHC) Ha6imo-
paercay 10-20% perert ¢ HC u xapakTepusyeTcs nporpec-
CHPYIOIIAM T€YEHUEM C POPMUPOBAHUEM XPOHUUECKON

HOYEYHON HefjocTaTouHOCTH (XITH) 60ee uemy 50% na-
LMEHTOB (3, 7, 17].

Hcceneposanus B 06J1ACTH MOJIEKYIIPHON I'€HETUKU
MOKA3a/I1 TEHETUYECKYIO reTeporeHHoCTb CPHC, 06yciios-
JICHHYIO PAJOM MYTALMI B PA3JIMYHBIX I'€HAX, KOJUPYIO-
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Tabruya I
I'enernueckasd rereporeHHocTs CPHC
Ton Tun HC Manudecrarus Aokyc I'en [Tpoayxkr rena Ccpraxa
HACAEAOBAHUSA HC (Ne OMIM)
oCrcl Bapocasic (N:zgigs 5 | AcTN — Kaplan J.M., 2000
Ayrocomno- ) DCIC2 Bspocasie 11q21—q22 TRPCG HeceaexruBbrit KATHOHHLIA | (@ M.P., 2005
AOMHHAHTHbIH (Ne 603652) TPAHCMEMOPAHHEIH KaHAA
6p12 CD2-acconuupoBaHHBII .
OCI'C3 Bspocarre (No 604241) CD2AP poTenH Kim J.M., 2003
Bpowmaennsit HC - . 19q13 .
Ayrocomro- cbumcioro 1 Bpowmxaennerit (Ne 602716) NPHS1 Hedbpun Kestila M., 1998
peleCcCHBHEBLIT 1q25-31
CPHC Aetu (Ne 604766) NPHS2 IToponuna Boute N., 2000
N Nephrin B nacrodiee BpeMs U3BECT-
HO Ooiee 30 pa3IudHbIX MyTa-
Komnnekc 6enkos rl:leph1 [IUIT B T€HE TO/IOIMHA § OOJb-

LieneBoi gnadparmbl

TRPC6 HbIX C CCMCUHDBIM U CIIOPA/TU-

Plasma
membrane

'BM

\ OuaoTenvount j\ \\

yeckuM CPHC [6, 13, 25]. Boib-
HIMHCTBO U3 HUX IIPEACTABICHO
MUCCEHC-MyTaLuaMu (57,7%), a
TAKKE MYTALHUAMH CO CABUIOM
pamMku cunTpiBaHug (frame-
shifting) (26,9%), nenenusmMu
6€3 CcIBUIA PAMKH CYUTLIBAHUSA
(in-frame) (3,9%), HOHCEHC-MY-
TanuAMU (7,7%) U MyTalUAMU
crraricunra (3,9%) (puc. 2).
OTMeY€eHO, 4YTO XaAPAKTEP
MYTALUH B T€HE MOJOIMHA CBA-

Podocin

Puc. 1. CIpyKTypa KOMIUIEKCA IIPOTEHHOB 1e1eBoi guadparmel [Johnstone D.B., 2000]

KX OEJIKU, KOTOPBIE YYACTBYIOT B OOPA30BAHUU CTPYKTYP
U (PyHKIUU (PUIBTPALIMOHHOTO 6apbepa (Tabi. 1).
[TpucTanbHOE BHUMAHUE UCCIIENOBATENEH B IOCIEHEE
BpeMs O%)ZIHICHO HA M3ydeHue rena nogounna (NPHS2)
(OMIM L] 604766), KOTOPBIF TOKATU30BAH HA JTHHHOM
wiede 1-1 XxpoMocoMel B peruone 1q25-q31. l'en NPHS2
BKJIIOYAET 8 3K30HOB U KOJUPYET MEMOPAHHBIN OENIOK
(M=42x/[a), cocTosaimur u3 383 aMIHOKUCIOTHBIX OCTAT-
KOB. [TOJIOIMH 3KCIIPECCUPYETCS UCKIIOUUTENBHO B IIO/10-
[IATAX ¥ B3AUMOJICHICTBYET C PAIOM IPYTUX OETIKOB (HE(D-
put, CD2AP, TRPCO, a-actinin 4), y4aCTBYIOMUX B 06€C-
[IEYCHU N CTPYKTYPHOM 11€JI0OCTHO-
CTH IEIEBOM TNAPPATMBI U CEJIEK-
TUBHOM NPOHHULAEMOCTH IJIOME-
pYJIpHON 62341bHOI MEMOPAHBL O
(TBEM) (puc. 1) [11, 23]. '

275-2 A>C

A61V

3aH C BO3PACTOM MaHU(peECTA-
unu CPHC [25]. Y G0IBbHBIX € My-
TAUHUAMHU CO CABUIOM PAMKHU
CYMTBIBAHMA BbIABIEH Oosiee panuui georoT HC. Myranusa
R138Q B rOMO3UTOTHOM COCTOSTHUN ACCOIUUPOBAHA C
MaHHU(peCTALUEN 3200IEBAHUA JJO 5-JIETHETO BO3PACTA.
bonee nospuuit ge610T CPHC oTMEUYeH y GONBHBIX C
V180M- u R238S-MyTanusaMu B reHe MO/IOIUHA.
HpenTuuranysa JByX MaTOJIOIMYECKUX MYyTALUi B
rene NPHS2, 0COO€HHO C/IBUT'd PAMKU CUUTBIBAHNS U MUC-
ceHc-myrauuu R138Q, ABIAETCA NPEIUKTOPOM TAKEIIO-
ro Tedenusa CPHC ¢ pannei Manudecranued 1 HU3KON
BEPOATHOCTBIO PELUNUBA 3A00JEBAHUS [TOCJIE TPAHC-
[UIAHTALUK [TOYKU. [Tpy HANMIUYMU OJHOM IATOJIOrNYeC-

P20L BHyTpuKkneTo4Hoe

NPOCTPaHCTBO
A29T

Briepsrpie MyTauuu B reHe 1no- 9
JIOIIMHA OBITN BBISIBICHBI V 6OTb- |
HBIX C CEMEHHBIM ayTOCOMHO-Pe-
neccuBHbIM CPHC, KOTOpBINT Ma- &
HA(ECTIPOBAT B PAHHEM JICTCTBE = 3 | |
Y TUCTOJIOTUYECKHU OBUI IPEACTAB- O

O G140fsX180

F185fsX186

‘A ¥ N-term

L156fsX166 G35fsX69
L156fsX180

Q285fsX302 T326fsX345

| l

L236_R238del

C-term

’R138Q [R168C| V180M R229Q A284V R322X
JIEH (POKAJIBHO-CETMEHTAPHBIM o - R138X |R168H E237Q A288T
miomepynockieposom (PCIC) [2]. i R168S R238S

P118L  D160G L172V A208T  A242V V260E R291W

B mocnenyomemM MyTain B reHe
NPHS2 6puty UICHTUDUITUPOBAHEI
IPpU CHOPAJUYECKUX CIIydasdx
CPHC [4, 5, 13] 1 y NaiueHToB C
no3gauM ae6iorom OCIC [24].

Puc. 2. CTpyKTypa HOJOIMHA U pacipe/eleHne MyTamuii B reae NPHS2 [Weber S.,
2004]. Yc1roBHBIE 0003HAYEHHA: HOHCEHC-MYTAIINH IIOTIEPKHYTEHI,
HeOOJIbIINE HHCEePITHH-TETCIIHH OTMEYEHbI CTPEIKAMHU, HOTHMOP(HHU3MBbI

BBIJCICHBI KYPCHBOM
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KOl MyTanuu B rene NPHS2 nabmopgaercs 6oiee nosauee
HAYaJI0 3200JIEBAHNUSA U BBILIE BEPOATHOCTD PELIUUBA I1a-
TOJIOTUU IIOCJIE€ TPAHCIUIAHTALUYA. MEHEE BBIPAKECHHDIE
(penoTUIL! OBUIN BBIABICHLI B CeMEHMHBIX crydasx PCIC
C MATOJOTNYECKOM MyTALMEN B OZHOM AJIIeJI€ U TIOJIU-
Moppusmom R229Q B ipyrom [24].

BeipaxxkeHHOCTE CPHC MOXET OBITH MOJYINPOBAHA
IIPUCYTCTBUEM [JOIIOJTHUTEIbHBIX MYTALIUHA B I'€HAX, KO-
JUPYIOMINX OEJIKH, KOTOPBIE B3AUMOLCUCTBYIOT C IOAO-
IUHOM. ONNCAHBI CIIY4au ACCOIUANUi NPHS2-MyTanun
¢ NPHS1-BapuanTaMH [5, 16] 1 reTepO3UrOTHBIX de 1000
cruaric-myrauuit B NPHS1 u romosurornou NPHS2
R1380Q myrauuer.

B ciyuasx cnopaguueckoro CPHC npentuduxanus
MYTALUHU [TOOLIMHA UMEET OI'POMHOE KIMHUYECKOE 3HA-
YEHHUE /I MOATBEPKACHUA JUATHO3a 10 HA3HAYCHUSA
UMMYHOCYIIPECCUBHOM Tepanuu. IIpyu BBIABIECHUN MyTa-
nuu NPHS2 y 6onpHOrO co CPHC, Kak NMpaBuio, UMEET
MECTO PE3UCTEHTHOCTb K UIMMYHOCYIIPECCUBHOH TEPa-
WU, YTO UCKIIOYAET UCIIOIb30BAHNE UMMYHOCYIIPECCAH-
TOB, X1 OTCYTCTBUE BO3BPATA 3a00/IEBAHUA [IOCIIE TPAHC-
IUIAHTALUY IIOYKH Y OOJIBIIMHCTBA OONBHBIX. [10 JaHHbIM
R.G. Ruf (2004), BozepaT ®CI'C B TOUEYHOM TPAHCILIAH-
TATE OTMEYAIICA Y 35% OOJNBHBIX 0€3 MYTAIIUH ITOIOIINHA
U JINIID Y 8% MALKUEHTOB C MyTALUAMH B 3TOM rene [21].
[To mauHbIM S. Weber (2004), Bozepat CPHC u @CI'C moc-
JIe TPAHCIUIAHTALIMYA MAJOBEPOATEH Y OOIBHBIX C ABYMS
NPHS2-MyTallUsIMA U COCTABJISIET TOJMBKO 3,1%. OTHAKO
npoBesieHHbIE nccnenosanus R. Bertelli (2003) mokasa-
1M, 94T0 'y 38,5% C rOMO3UI'OTHBIMU U I'€TEPO3UTIOTHBIMU
myrauuamu NPHS2 ormeden Bo3spat O CI'C mocie Tpanc-
IUTAHTALMY [TIOYKH, YTO COITIACYETCA C HAOMIOACHUAMU
npu npuodperenHoMm OCI'C npu CPHC (37,5%) [1, 18].

B HacToOsAmEe BpeMs IPEATIONATaIOT, YTO MyTALIUY WX
OJIMMOP(HU3M I'€HA ITOJOLMHA MOI'YT UI'PATH POJIb B MO-
AYIAPOBAHUN CKOPOCTH IIPOIPECCUPOBAHUSA 3400/1€BA-
HUH [TOYEK 4O TepMUHAIbHOM XITH.

Ienwto uccnedosanus sBUIIOCh OIPEJIEIEHUE YaCTO-
TBI ¥ XAPAKTEPA MYTALUI B I'€HE ITOAOLMHA Y POCCUIC-
KUX geteit co cnopagudeckum CPHC 1 yCTaHOBIEHNA
BO3MOKHBIX KIMHUKO-TE€HETUIECCKUX B3AUMOCBA3CH Pas-
BUTHA ITATOJIOTHH.

Marepuaabsl 1 METObL

O6¢nenosana rpymnma geret (n = 50) co crnopajuyec-
kM CPHC B Bo3pacre o1 9 10 17 neT (26 MaIbYUKOB 1
24 peBouKH, cpeanuit Bospact — 11,9 £ 0,7 roga) us pas-
JIMYHBIX PErMOHOB Poccum. Cpepnnii BO3pacT MaHupeC-
TAUHU 3200JIEBAHUA Y OOCIEJOBAHHBIX OOJIBbHBIX COCTAB-
71 8,8 = 0,7 roga. [Ipy ruCTONOrMIeCKOM UCCIEN0BAHNHA
HE(PPOOHONTATOB NALMEHTOB YCTAHOBJICHBI CJICAYIOIIAE
MOP(OIOTMYECKUE BAPUAHTHI ITIoMepynonedpura (I'H):
mesanruonpoaudeparussbiil I'H (n = 21), mem6pano-
nponupeparusubi ['H (n = 13), ®CI'C (n = 13) u MmeM6-
panosHas Hedponatua (n = 3). CpeaHss JJIMTEIbHOCTD
3a60eBaHus cocTanmsia 3,95 + 0,53 roga. Y 15 u3 50 na-
nueHToB (30%) manudecranua CPHC orMeuanacs 1o
5-JIETHETO BO3pacTa. KaTaMHECTHYECKOE HAOIOAEHHUE 32
HAIUEHTAMU OCYIECTBIIUIOCH B TeyeHue 2,49 +0,28 roja.
3a nepuop Habmoaenu y 12 u3 50 601bHBIX (24%) pas-
sutach XITH (CK® <60 min/mut/1,73 m?). B kauecTse
I'PYIIBI KOHTPOJISA UCCIEJOBAHUE U3MEHEHUH HYKJIEO-
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TUJHOU IIOCJIEAOBATEILHOCTY TeHa NPHS2 IpOBOANIOCH
B BBIOOpPKeE zieTedl (N = 50), IPOKUBAIOMINX B PA3IUYHBIX
pernonax Poccunm.

Boigenenue JJHK u3 JIEHKOLIMTOB BEHO3HOU KPOBU
nauueHToB ¢ CPHC u gered rpyImsl KOHTPOJIS OCYILECTB-
JIUIOCHh C IOMOWIBIO HA0opa pearentos DNA Prep 200
DIAtom™. TTonumepastyio renuyto peakiwio (TTLP) mpo-
BOJWIM C TIOMOLIBIO TepMouuknepa «Tepunx» («JHK-Tex-
HOJIOIuA», Poccus) ¢ ucnonb3osanueM Taq-noamMepassl
(«buomacrep», Poccus).

[TpoBOAMIACH AMIUIN(PUKALINA BCEX 8 9K30HOB U 00-
JIACTEN 9K30H-UHTPOHHLIX COCJUHEHUN I'€HA ITOAOINHA.
Ju3aiH nparMepos 661 TPOBEZIEH B 1abopatopun JHK
nuarnoctuky I'Y MI'HL] PAMH ¢ ucnosib3oBaHueM 6a3bl
naHHbIX GeneBank. Mccnenosanne oopasnos JJHK Ha
HAJIMYME TOYKOBBIX MyTaLuil B rene NPHS2 OCyIeCTBIA-
JI1 METOAOM dHAIN32 KOH(POPMALUOHHOI'O IIOJUMOP-
(pusma ognonnresort JHK (Single Strand Conformation
Polymorphism — SSCP). [Tocneayromiee onpenesieHue HyK-
JIEOTHU/THOU TIOCIIEI0BATENBHOCTH 00pa3nos [IHK, B KO-
TOPBIX OBUIN BBIABIICHBI U3MEHEHUS ANEKTPOPOPETHUEC-
KO IOZIBIDKHOCTU NTpU SSCP-aHanmse, IpOBOAUIN METO-
JOM IIPAMOI'O ABTOMATUYECKOI'O CEKBEHMPOBAHUSA IIPO-
nykra TP, KaK ¢ mpsAMOTo, TaK ¥ C OOPATHOTO MpariMepa
metooM CeHrepa (ABI Prism 310, Applied Biosystems).
C 1espio NOCIEeYIOMEro IIOUCKAa HAanOO0IEEe YaCTON My-
Taruu R138Q ObUT UCMIONIB30BAH METOJ, AHAJIN3A MOJIU-
MOp(pU3MA JIUHB PECTPUKLMOHHBIX (PPATMEHTOB
(I10P®-ananus).

Pe3yabTaThI M OOCYKIEHHE

B pesyabrare IpOBEAEHHOIO UCCAEAOBAHUA Y OHOIO
MAIUEenTa co cnopaandecknM CPHC Gbu1a BBIABIIEHA pAHEE
HEOIUCAHHAS HOHCEHC-MyTaLus ¢.259 G>T (p.87Glu>X)
B 3K30HE 1 rena NPHS2 B reTepO3UroOTHOM COCTOSIHUN
(puc. 3). MBI IPEATIONATAEM, YTO JAHHAA MYTALHA PEAIU-
3y€TCA YE€Pe3 MEXAHU3M HOHCEHC-OIIOCPEJOBAHHOM JIET-
pagauuu myrantHon MPHK, copepxament npexuaespe-
MEHHBIA CTOI-KOZIOH. PaHHee paspyimeHue MyTaHTHOTO
TPAHCKPHUIITA BEZIET K TOMY, YTO B KAUECTBE MATPHUIIBI JIJIS
CHHTE32 OEIKA NCIOJb3YETCA TOJBKO HOPMAJIbHBIN AJ1-
JIENb. B pe3ynbTaTe 3KCIPECCUPYETCA TOIBKO HOPMAJIb-
HBIN 6EJIOK, HO B HE/JOCTATOYHOM KOJIM4YeCTBe. CHIKEHUE
KOJIMYECTBA HOPMATIBHOTO ITOIOIINHA BEET K (PYHKITHO-
HAJILHOM HEAOCTATOYHOCTH OEIKOBOI'O KOMILIEKCA IIjeJIe-
BOI JUA(PPArMBI U, KAK CIE€ACTBHAE, HAPYIIEHUIO TIPOIIEC-
COB (PWJIBTPAIIAN B ITIOMEPYIAX.

V 6onbpHOrO ¢ Myranueit p.87GIlu>X Habnonanach
pannaa manudecrauua CPHC n OCI'C (B BO3pacre

9}

MyTauus ¢.259

>T (p.87 Glu>X)

C C C —Hopma
C C C —Myrauus

Puc. 3. AHaIM3 HYKI€OTHIHOH ITOC/IEI0BATEIPHOCTH I'eHa
NPHS2, pparmeHT 3k30Ha 1



2 JIET C NOBBIIIEHUEM YPOBHA KPEATUHUHA B KPOBU) C
HNOCJIEAYIOI UM IPOIPECCUPYIOIUM TEYEHUEM ITATOJIO-
ruu ¥ (GpopMUpoBaHueEM TepMUHANbHON XIIH B BO3pa-
cre 4,5 roza. ITociie mpoBeJeHHOU POACTBEHHOU TPAHC-
MJIAHTAIMN [TOYKHA HE OTMEUYan0Ch Bo3Bpata OCIC B
TPAHCIUIAHTATE NALUEHTA IIPU HAOIIOLCHUY B TCYCHUE
1,5 rona.

Posb reTepOo3uroTHeIX MyTALUH OAOLUHA, ACCOLIU-
UpOBaHHBIX ¢ HC, HEAOCTATOUHO ACHA B HACTOAIIEE BPE-
Md, Tak Kak @CI'C, acCCOUMUPOBAHHBIN ¢ MYTALUAMHA
NPHS2, npencrasisger Co60i 3400JIEBAHUE C dyTOCOMHO-
PELECCUBHBIM TUIIOM HACIEJOBAHUA, YTO 3aCTABIACT
OXHU/IATh UACHTU(PUKAITUNA MYTAUH B OOOUX AJIIENAX
reHa. BBIABIEHNE TONBKO OJTHOM MyTaluu B reHe NPHS2
MOKET CBUJETEIbCTBOBATD O BO3MOXKHOM HAIMYUY [€HE-
TUYECKUX U3MEHEHUI B IPYTUX I'€HAX, KOJUPYIOMNX Oel-
KU IIEJIEBOY AUAPparMel. B nacrosmee BpeMs B IUTEPA-
TypE UMEIOTCA ONUCAHMA JUI'CHHOI'O HACIELOBAHUA HE-
(ppOTHUECKOTO CUHAPOMA, OOYCIIOBIEHHOTO 2 MYTAIIHs-
MU B Pa3HBIX TeHaX — NPHS1 u NPHS2 [16, 19]. Takxke
HEJB3A C YBEPEHHOCTDIO UCKIIOYUTD, YTO BO BTOPOM aJI-
Jiejie UMEIOMASACA MyTalys He ObUIA BBIABICHA B CBA3U C
JIOKAJIM3ALMEN B UHTPOHHBIX WM PETYJIATOPHBIX 0014C-
TSIX I'€HA, KOTOPBIE HE ObLIM UCCIIEJOBAHDL, WU B CBA3U C
HEINOJIHOU HH(POPMATUBHOCTBIO UCIIONb30BAHHBIX MOJIE-
KYJIIPHO-TEHETUYECKAX METOJOB.

B pesynabraTe NpOBESCHHOIO aHAIN3a KOGUPYIOLIEH
MNOCJIEAOBATEIBHOCTU U MPWIETAIOMMUX PETYIATOPHBIX
obacreit reHa NPHS2 6bl1a BbIABIEHA HE OITMCAHHAS pa-
Hee HYKIeOTUHAA 3aMeHa A>G B uHTpOoHe 7 (¢872+74>G)
M3Y4a€MOTO I'eHa y Tpex nmanneHTos ¢ CPHC u 5 npereit
KOHTPOJIbHO! I'PYIIIBL AJUIESIbHAS 4YACTOTA IOJUMOP(PU3-
Ma rena NPHS2 JOCTOBEPHO HE OTIMYAIACh MEXKAY I'PYII-
ot marmentos ¢ CPHC u konTponem (6 u 10% cooTset-
CTBEHHO, p > 0,05), 4TO CBHJIETEIBLCTBYET OO OTCYTCTBUU
CAMOCTOATENbHOI'O KIMHUYECKOI'O 3HAYCHUA BbIABICH-
HOI'O TCHETUYECKOI'O U3MEHECHHUAL

Hamu He 66110 HAlIEHO HU OJJTHOT'O 13 HauboJIee pac-
INPOCTPAHEHHBIX B EBpone BUAOB NOIMMOP(PU3MA I'€HA
NPHS2 — rereposuror R229Q — cpeau 06CIeI0BAHHBIX
TPy JeTed. AHAJIOTMYHbIC JAHHBIC ObUIN MPEACTABIIC-
HBI B uccnenosannu S.M. Karle (2002) y 25 gerewt co cno-
paguaeckum CPHC [13].

[Tomy4eHHBIE PE3YIBTATBHI UCCIIEAOBAHNA CBULCTEID-
CTBYIOT O HEBBICOKOH 44CTOTE MyTauuu B rene NPHS2,
COCTABJIAIONIEN 2% Yy IE€TEH POCCUNICKOM MOIY/IALMHU CO
criopagudeckum CPHC.

Cxopnble JaHHbIE OBLIM MOJYYEHBl B padoTe Z. Yu
(2005), T/ie TeTepO3UTOTHAS MUCCEHC-MyTaTws L36 1P B
8-M 3K30HE reHa NoJ0LMHA OblId HAMAEHA TONBKO Y OfI-
HOTO u3 23 perert co cnopaanuecknum CPHC n wacrora
MyTanM# cocrasiana 4,4% [27]. U3 172 mauueHTos eB-
PONENCKOM U CEBEPO-A(PPUKAHCKON NONYJIALMHN CO CIIO-
pagnueckum CPHC TonbKO y 10,5% BBIABIECHBI MyTALUN
(TOMO3UTOTHBIE U KOMITAYH/I-TETEPO3UTOTHBIE) B I'€HE
NPHS2 [25].

B apyrux nonyiasanusax myranuu B rene NPHS2 6pliu
AAEHTU(PUIUPOBAHBI Y 20—30% IMAIIMEHTOB CO CIOPAN-
gyeckuM CPHC u 46% GOJBHBIX C CEMEMHBIMU CIYYasIMU
CPHC [4, 9, 13]. B pa6ore R. Ruf (2004) y 26% 60/1bHBIX C
cemertHbIM CPHC yCTaHOBIEHBI MYTAITUY B T€HE ITOIOIIN-
HA, [IPU 3TOM HH OJIUH MALIUEHT CO CTEPON/I-UyBCTBUTENb-
HpM HC He nmen janHoi myranun [21].

BO3MOXHBIMU IPUYMHAMUA HU3KOM YaCTOTHI MyTAIUI
B rene NPHSZ2 y 006CIeJOBAHHBIX POCCUUCKUX JETEH CO
cnopazaundeckuM CPHC MOryT paccMaTpuBaTBhCA KAK OCO-
GEHHOCTH MOIY/IAUOHHON BEIOOPKU OOJIBHBIX (C IIO-
3Hel MmaHudecranneit CPHC y 60IbITMHCTBA IETEI ), TAK
1 HEOOJIBIIIOE KOJUYECTBO MAIUEHTOB, 0cOOeHHO ¢ PCIC.
JAHHBIN (DAKT MOMKET TAKKE PACCMATPUBATLCA B KAYECTBE
MOATBEPKACHUA I'€HETHYECKON rereporennoctu CPHC y
POCCUUCKUX JETEN.

CxpunuHr Ha NPHSZ2-MyTanuy Npy CIOPaJUYeCKOM
CPHC, BiouaBmuit 328 60nbHbIX (204 peGeHKa U
64 B3POCIIBIX), 6bUI HEAABHO 3aBepIineH B Mramuu, lep-
Manuu u Typruu [4-6, 13]. MyTanuu (TOMO3UIOTHEIE
WA KOMIIAYH]J-T€TEPO3UTOTHBIE) B I'€HE NMOAOLMHA
OBUIN BBISIBICHBI Y 14,6% 601bHBIX. OCHOBHBIMHU KJIMHH-
YECKUMU OCOOECHHOCTAMU CIOPASUUECCKUX CIY4YACB
CPHC ¢ roMO3UI'OTHBIMU WJIM KOMITAYHA-T€TEPO3UIOT-
HBIMU MYTALMAMHU ABJISIUCD: BO3PACT MOABICHUA IIPO-
TEUHYPUHU, IPECUMYLIECTBEHHO B IIEPBOU JECKA/E KU3H,
NIEPBUYHAA CTEPOUJHASL PESUCTEHTHOCTD U IIPOr'PECCU-
posanue 10 XITH. @CI'C Opu1 IPEUMyYIIECTBEHHBIM MOP-
(ponormyeckum BapuanTom npu CPHC. [TanuenTsl ¢ re-
TEPO3UT'OTHBIMU MYTALUAMU UMEJIH, KaK IIPaBUIIO, 0O-
Jiee 61aronpusATHOE TEYEHUE 3200IEBAHMS, U B PSJIE CITy-
4aeB OTMEYEHA YYBCTBUTEILHOCTD K CTEPOUAAM U LIUK-
JIOCIIOPUHY A [5].

Taxum 00pasoM, HU3Kad 4acToTa NPHS2-MyTanuumn
Cpenn pOCCUMICKUX JieTer co criopaandeckuM CPHC He
IIO3BOJIAET B HACTOSAIIEE BPEMS YCTAHOBUTD BO3MOKHBIE
KIMHUKO-TCHETUYECKUE B3AMMOCBA3H C PA3BUTUEM ITATO-
JIOTHU. JJAHHBIN (DAKT YKA3BIBAET HA HEOOXOANMOCTD TAJIb-
HEHUIIETrO UCCIEAOBAHUA MYyTALMK B I'€HE IIOJOLMHA B
60see MHOIOUUCJIEHHON I'PYIIIE GOIBHBIX CO CHOPA/U-
yeckuM CPHC. Llenecoo6pa3Ho NpoAo/LKEHNE IAIbHEH-
IIETO UCCIENOBAHUSA TEHETUUECKOTO NPO(pUs 6EIKOB
meseso guadparmol y gerert ¢ CPHC ¢ 1iesipio CoBepIeH-
CTBOBAHMA KIACCU(PUKALNN 3200IECBAHUA U TEPATICBTU-
YECKUX MOJXOOB.
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