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Iles1p¥0 HAIIETO MCCAEAOBAHUA OBLIO ONPEIeICHHE PACIPOCTPAHEHHUSA PA3THIHBIX IT€HOTHIIOB ITOTHMOP(-
HOro Mmapkepa R229Q (G755A) rena nogonuna (NPHS2) y rereit ¢ HeppoTHIecKuM CHHAPOMOM. [eHeTHIeCKUIt
noaumopdusm G755A uccrenosan y 86 gereit ¢ HehpOTHIECKUM CHHIPOMOM C MUHUMATbHBIMHA H3MEHEHUS MU
(HCMH) u 29 GoabHBIX (hOKATEHO-CETMEHTAPHBIM INIOMEPYIOCKIepo30oM (PCI'C). I'pyIna KOHTPOIS COCTOLIA
u3 80 yes0BeK 63 3200/IeBAHUI IT0YEK. B pe3yabpraTe npoBeIEeHHOTO 00CI€AOBAHHA HAMH BBLIBICHA BRICOKASA
accorUaIys rerepo3uroTrHoro renoruna GA ¢ ®CIC. lIpugem B rpynmne 60abpHbIX, MaHu@ecramus OCICy ko-
TOPBIX OTMEYATACH B BO3pacTe 1-6 j1eT, yCTaHOBJIEHO JOCTOBEPHOE B CPABHEHHUH C IETbMH, 1€0I0T 360/ I€BAHUA
KOTOPBIX HAOIIOAICA B IIKOJIBHBIH II€PHOJT, IOBBIIIECHHE TOTH I'€TEPO3HIOTHOTO reHoTHIIA GA. He ycTaHOBI€HA
cBa3b norumMopdHoro mapkepa R229Q c HCMH. OgHaxko y gereii c MmaHu(pecranmueir HCMH B Bo3pacre 7-15 ier
9aCTOTA FeHOTHIIA GA GBLIA JOCTOBEPHO BBILIE B CPABHEHHH C KOHTPOJIBHOM I'PYIIIION.

The purpose of our research was to define distribution of various genotypes of polymorphic marker R229Q (G755A)
of the podocin gene (NPHS2) in children with nephrotic syndrome. Genetic polymorphism G755A was investigated in 86
children with minimal changes nephrotic syndrome (MCNS) and 29 patients with focal segmental glomerulosclerosis
(FSGS). Control group included 80 persons without kidney disease. We found high association of heterozygotic genotype
GA with FSGS. Moreover, in thouse patients, who manifested symptomes of FSGS in age of 1-6 years was established
significant increase of a share of heterozygotic genotype GA in comparison to children whith disease manifestation
during the school period. No association of polymorphic marker R229Q with MCNS was found. However in children,
who demonstrated symptoms of MCNS in age of 7-15 years, frequency of genotype GA was significantly higher in com-

parison to control group.

B nacrosiee BpeMs yCTaHOBJIEHA POJIb IEHETUUECKUX
MYTAaLMHA B HAPYLIEHUU CTPYKTYPBI HEKOTOPBIX KOMIIO-
HEHTOB nozonuTa. B 1998 1. M. Kestila 1 coaBT. BiepBble
OIPEAEININ T€H, OTBETCTBEHHBIA 34 PA3BUTUE BPOXKACH-
Horo HedppoTudeckoro cunyipoma (HC) puHCKOTO THIA
[6]. B 2000 r. N. Boute u coaBT. [1] OIy6IMKOBA/IM TAHHbIE
TE€HETUYECKOT'O UCCIEAOBAHNA OONBHBIX CEMENHBIM
HC. Oka3a/10C¢h, 4TO ayTOCOMHO-PELIECCUBHAA (popMa
crepougpesucTeHTHOro HC 00ycnoBneHa MyTanuen
rena nogouuna (NPHS2). ITopsaaka gecaty pasamdHbIX
MYTALUHI ObUIM HAUJIEHBI Y JETEH B BO3PACTE OT 3 MEC.
10 5 net. B nocnenyiomem H. Tsukaguchi u coast. (2002)
IIPOBEJIA TEHETUYECKOE UCCIIELOBAHUE Y OOIBHBIX (POKAIb-
HO-CEIrMEHTAPHBIM ITIoMePYnocki1epo3oM (PCI'C). beum
06¢nenoBanbl 30 ceMEN ¢ ayTOCOMHO-penecCuBHbIM HC
n 91 manpenT co cnopagudeckn BosHUKmmM OCI'C. Pe-
3YJIBTATOM JJAHHOT'O UCCIIEI0BAHMSA OKA3AIOCh JJOCTATOYHO
4aCTOE BbIABIEHUE NOMUMOPhU3Ma R229Q) npu ceMeiHbIX
opmax HC, coueraromerocs ¢ Apyrumu MyranuaMu. Y 11
GONBHBIX CO criopauueckyd BO3HUKIINM PCI'C Takke Obul
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O6HAPYXEH TOMMMOP(HBI MapKep rena NPHS2 — R229Q.Y
IBYX 13 HIX OTMEYCHO COYECTAHUE JAHHOI'O OMMOP(U3MA C
apyroi myranperi rena NPHS?2 [11]. B20031.G. Caridin coaBr.
TEHOTUITMPOBAIH JETEI CO CTEPONIPESUCTEHTHON U CTEPO-
uayscTBATENIbHON (popmamu HC. V3 22 neteii ¢ myranueit
reHa nozouHa 10 66U HOCUTEISIME MOTUMOP(HOTO Map-
kepa R229Q. B rpymine 60/1bHBIX CTEPOHTIyBCTBUTEIBHBIM
HC B 8,5% Ciry4aeB ObLT BLLABJICH TOIBLKO I€TEPO3UTOTHBIN
renotun R229Q (3, 4].

Kaxk BugHO U3 IPEeCTaBICHHbIX JAHHBIX, ONHUM 13 4a-
CTO BBIAB/IAEMbIX TEHETUYECKUX MAPKEPOB CPEU OOJIBHBIX
HC 6pu1 R229Q [11], KIMHUYECKOE 3HAYEHNE KOTOPOI'O HE
COBCEM ACHO. KaK M3BECTHO, TETEPO3ZUTOTHOE COCTOSHUE
R229Q obHapyXK€eHO Y 4% eBPOIEUCKOro Hacenenus. 1o
naaHbM A.C. Pereira n coasrT. (2004), reTepO3UrOTHBIN 1O-
mMopdu3M R229Q KoppenmpyeT ¢ MUKPOAILOYMUHYPUEH
Y JIIOZIEH, HE UMEIOMINX 3200/1€BaHNsA NToYEK [9]. C JTaHHBIM
HIOJIMMOP(U3MOM CBA3BIBAIOT YMEHBIIEHUE BO3MOXKHOCTH
MO/IOLIMHA 3aKperurATh HeppuH [11]. B psije ciydaes cno-
PagUYECKU BO3HUKIINI CTEPOUAYYBCTBUTENBHBIL PCICy
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B3POCJIBIX OBIT ACCOLIMUPOBAH TOJIBKO C TETEPO3UTOTHBIM
nonuMoppusmom R229Q [11]. IIpeAnonararor, 4To y 3TUx
6OJIBbHBIX OTHOCUTEIBHO COXPAHEHA (DYHKIINSA IOLOLIUHA
B IETCKOM BO3PACTE, HO B JAJBHEHIIEM OHA YTPAYUBACTCA,
IPUBOAA K paszsuTuio HC.

LIeJ1b10 HAIIETO UCCIEAOBAHIA AB/IIOCh U3YYEHHE POJIN
no;mMop¢HOro mapkepa R229Q rena NPHS2 y pereit ¢ HC.

Matepuan 1 MeTOABL

[Tox HAMUM HAOMIOAECHHUEM HAXOIWIOCH 115 geren
B BO3pacTe OT 8 Mec. 1o 18 ner, cpepnnit Bospacr 11,8
* 5,45 ropa. V Beex jiereit HC 6bU1 AMarHoCTUPOBAH HA
OCHOBAHUHU CTAHJAPTHOI'O OOC/IELOBAHUA, B KOTOPOE
BXOJIWIO OIPEAEICHUE CBIBOPOTOYHOIO OEIKA, ANbOYMU-
HA4, XOJIECTEPUHA, TPUIVIULIEPUIOB, KDEATUHUHA, 4 TAKOKE
HCCIECAOBAHUE MOYM. KNMHUYECKAd XAPAKTEPUCTHKA
GOJbHBIX NPEACTABACHA B Ta0. 1 1 2. Hedpporndecknit
CHUH/JPOM C MUHUMAJIbHBIMU U3MeHeHuAaMu (HCMI) qua-
rHOCTUPOBaH y 86 aereit. Juarto3 HCMU B 77 cirydasx Gbut
IIOCTABJIEH 110 XAPAKTEPHBIM KIMHUKO-Ta00PATOPHLIM,
(PyHKIIMOHAIBHBIM JAHHBIM ¥ OBICTPOMY IIOJIOKUTEILHOMY
OTBETY Ha CTEPOUAHYIO TEPAIIHIO, HE IIPUOETasd K OMOIICHM.
JeBsrepbiM AETAM (6 CO CTEPOMI3ABUCUMON (DOPMOIT 1 3 CO
CTEPOU/IPEZUCTEHTHOCTBIO) Marno3 HCMU 6bL1 yCTaHOB-
JieH 1pu He(ppobuoncuu. Creponipe3UCTEHTHBIE (POPMBL
ObUIM JUATHOCTUPOBAHBI B CJIYUA€ OTCYTCTBHSA OTBETA HA
TEPAIUIO IIPU IIPUEME IIPEJHU3Z0N0HA B I03€ 2 MI'/KI'/CyT
B TeUeHHUE 4—0 HE,

OCI'C Habmoaanca y 29 aerert. JJaHHbIN TUarHO3 CTa-
BUJICA HA OCHOBAHUU MOP(OTIOTrHYECKOTO
HCCIIeTOBAHMA HehpobuonTaTa. Y 24 60IbHbIX
OCI'C gebroruposat nonueiM HC, xapakrepu-

A755GF 5-AGG ATT TACCACAGG ATT AAG TTG TGCA-3,

A755G R 5-TAG CTA TGA GCT CCC AAA GGG ATG G-3'.

Bydep pa ammmbukanym: 10 MM Tpuc-HCI, pH 8.8;
50 MM KCl, 2,5 MM xnopujia Mmaraus, 0,2 MM kaxgoro dNTP,
1o 66 Hr npaiimepos, 50—100 Hr rernomHoi JJHK 1 2,5 e,
JHK-nommepassel Taq. Yenosus aMmmiuKaiug (pparMeH-
TaJIHK:94 C/25 ¢,64 C/25¢,72 C/25 ¢ — 30 uKyios. Pazmep
NPOAIYKTA aMIumMuKanmm: 545 1. H. Merop naeHTnduka-
uyu atenert: PCR-RFLP/Alul. Pacimenienne pecTpuxTasomn
BsulSI: 5 ex. pecrpuxrasel (Fermentas, JInTsa) Ha IpOOY
o6peMoM 20 MK B 6ydepe, pEKOMEHIOBAHHOM IIPOU3BO-
purenem, ipu 37 °C e redenue Houu. Pparment IHK, conep-
JKamui ajenb G (COOTBETCTBYIOMUI AMUHOKUCIOTHOMY
ocraTky R) ocraerca nepacmerieHupiM. @parment JHK,
copiepKamuil ayueab A (COOTBETCTBYIOINI AMUHOKUC-
JIOTHOMY OCTATKY Q), PACIIEIUIACTCA PECTPUKTA30M Bsu15],
06pasyst POYKTHE pazmepoMm 364 u 181 m. 1.

Paspenenue npoayKroB pacleIUICHUA: 3JEKTPOdOpE3
B 3% arapo3HOM Tejie C MOCAEYIOMEH OKPACKON 6pOMHU-
CTBIM 3TU/IUEM.

Hanmuue pparmMenTa JyIMHOM 545 1. H. 110¢JIe 00padoT-
xu Bsul5I coorsercrByer renotuny GG, AByX (hparMeHTOB
(364 1 181 1. 1) — reroTuny AA 1 Tpex (545,364 u 181 1.
H.) — T€TEPO3UTOTHOMY I'eHOTHITY G/A.

B xauecTBe NOMY/ALMOHHOIO KOHTPOJIA UCIIOIB30BAIN
BBIOOPKY 13 80 9eIOBEK (44 MyKUMHBI 1 30 JKEHIINH) B BO3-
pacre ot 27 1o 78 et (cpeanuit Bo3pact 50,1 + 16,5 roja)
6€3 XPOHUYECKUX 3200JIEBAHUI IIOYEK.

3YIOIUMCSI CTEPOUAPEZUCTEHTHOCTHIO. B 5

CJIY4asAX IIEPBBIM IIPOABICHUEM 3200JICBAHNA
OBbUI MOYEBOM CHUHJPOM B BUJE YMEPEHHON
MIPOTEUHYPUHU U MAKPO/MHUKPOTreMaTypuu. B
MOCJIEYIOLIEM 110 MEPE MPOIPECCUPOBAHNUA
6onesnu pazpusancsa HC, y Tpoux jeTed o
OBbLI HEIIOJIHBIM U3-32 OTCYTCTBUS OTEYHOI'O
CHUHZIPOMA.

Bce 1etr HaXOAMINCh Ha CTAITMOHAPHOM 00-
CTIEIOBAHUY 1 JIEYEHUH B ICTCKOM KITMHUYECKOM
ropoyckor 6onbHuUIE Ne 13 nm. H®. Grnatopau
Hay4yHoM 1ieHTpe 350poBba fieTert PAMH.

[eHOTUNMPOBAHUE TOTUMOP(HOTO MAPKE-
paG755A (R229Q) rena NPHS2, mpoBOAMIOCH
C IIOMOIIBIO ITOJIMMEPA3HONM LICITHON PEAKIIUU
C IOCTIEAYIOMNM AaHAIU30M JUINH PECTPUKTA3-
HBIX (DPATrMEHTOB.

Tenomuyio JHK Bbiaensann us nejabHON
KPOBU OOJILHBIX IIOCPEACTBOM CTAHJAPTHON
3KCTPAKIMU (hEHOIOM-XI0POpPOpPMOM. Ou-
T'OHYKJIEOTHHBIE TPAUMEPBI CHHTE3UPOBAHDI
@I'VIT TocHUU reneTuku (1. MOCKBA). AMILIH-
(puxarnio Heo6xoANMBIX yyacTKoB JJHK mipo-
BOJIW/IN C TIOMOIIBIO NOJUMEPA3HON IEMTHOM
peaxuuu (I1LP) Ha Tepmonuriepe «Tepuux»
(BAO «HII® JHK-Texnomorus», r. MOCKBA).

Ammmnukanuio yuacrtka JHK, copepxa-
mero nmoauMop@Hueiit Mmapkep G755A rena
NPHS2, npoBoanIN € UCIOIB30BAHUEM CJIE-
JYIOIIUX MPANMEPOB:

Tabaruya 1
Xapakrepucruka 60apHbrx ¢ HCMH

Hap akTe pIOTIH KoanrneetEe
TManyemETH g6
TTon (peEoDer/ Mane TxH 27759
Aromrmeckie peaipo 51
Bozpart pebrora zabosersom (nen) 4.7 0514 m*
ApITeAEEs 0T 220 0ARELIET (ReT) 553 Da-1hH*
LebEoT zaboneEIED B EozparTe 10 neT (neTH) a4
L bEoT zaboneEaEDe E BozpacTe T—15 neT (ReTH) 22
Perrqres: zaboscezoa o4 15
CTep 0FAMYE S TEMTE ABHEL: | 0T 0340 Pe=Td0 TEHTEEL: ChpadET a0 6
CTep 030z IEMOOMELE chopuE 45
Peirrn MEFPVEOUTRE  arTo p Sl FUMENp VEOLTE ChopiMED 13 ja7?
Boarrmme ¢ movemzof Hep ot TATOMHOCTEED 0
Bonermme B peagoerms o

IIpumenarue.* — cheonee 3Hauerue (OUaAna3om 6 2006X).
Tabruya 2
XapakTepucTUKa 60abHBIX DCI'C

Hapaxreprrrama Fonrpecteo
TManyemETH 9
TTon jpepomos mane aw e 1a/1a
ATorrrIeckiee peIKITOL 5
BozparT pebrota saboreEaDm (neT) 25 D4-14*
LebroT 2abosesarnm B BozpacTe 10 aeT (naT) 13
LebEoT zaboneEIEDH E EozpacTe —15 neT (LeTH) 1a
LpsTentie o 2ab oneEIEDM (NeT) 3,8 06-50*
CTep 0 MAMYECTEMIEAEHEDR /0 Tef 0L e =0 TEHTHER (DOpuEL 2527
Boarrere ¢ moMedE0f Hen 00 TATOMHOCTERD (HETeCTE) 2173
Boazrmme B pesooorms 1]

IIpumenarue.* — cheonee 3HaueHue (OUaAna3om 6 2006x).
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Crarucrryueckas 06paboTKa JAHHBIX MPOBOINIACH
[IPY TOMOIIIY KOMITBIOTEPHON IIPOIPAMMEBI 171 CTATUCTU-
YeCKOro aHamu3a Statistica 6,0. st TPOBEPKU CTATUCTH-
YECKOU 3HAYMMOCTH PA3/INYNIT YACTOTHBIX IIOKA3aTEIeH
HCHOJb30BAIN KpUTepuil 32 no [Tupcony. 3aBUCUMOCTD
KIMHUYECKOT'O TeUeHMs 3A00JIEBAHNA OT T€HETUYECKOTO
MapKepa ONPEAEAIN € IOMOIIbIO MHOKECTBEHHOI'O
PErPECCUOHHOIO aHaIN34. JJOCTOBEPHBIMU CYUTAINUCD
pazmuuus nipu p < 0,05; p ot 0,05 10 0,1 paccmaTpupanu
KAK TEHJCHIIMIO K PA3/IMYUIO.

Tabruya 3
PacnipeneieHre reHOTHIIOB H a/UIeIeH
nosumopgHoro mapkepa R229Q rena NPHS2
y 601bHBIX ¢ HCMH 1 @CI'C B CpaBHEHUH
C KOHTPOJBHOH rpynmor (%)

Eonzemie E orzzore Eomrpons-
lemMPHIZ o HCMIT DCTC HLI TPyIINa

(n =89 =29 (n = 50)
boanerr o Q477 01358 0.1
Lanere B L,25% G ok 19
Temorim GG 305 i) 05,25
Femorrm GA 110, diit= 17 2 Giteetete 375

Ipumeuarue.” —y>=2,68;p=0,1; " —4>=2,79; p = 0,09 — paznu-
YA 8 NOKA3AMENAX Mexncoy navuermamu ¢ HCMH u konmponsori
epynnol =2 =533, p=0,02; """ —y>=5,7; p= 0,017 — paznuuus 6
noxasamensx mexcoy navuenmamu ¢ PCI'C u KoHmponsHoLL 2pynnoL.

Tabauya 4
PacnipeseneHue reHOTHIIOB U aJUIe/Ien
noumopdHoro mapkepa R229Q rena NPHS2
y 60abHBIX ¢ HCMU 1 ®CI'C B Bo3pacre 1-6 et

B CPABHEHHH C KOHTPOJIBHOH rpynnox (%)
Boarmme Boarrgre KomTponesa
TFexr NPHEZ c HCMM DI TpyIma
(n=64 | w=13 (n= 580
Bnnpne 5.5 gg45 EEN
Borene B 4.7 11 h 5+ 1o
Temonm G 0.6 76,9 965,25
Temomm GA 0, e 2, bekek 3,75

Hpumevanue.” —y> =232, p=0,13;" - y*=1,92; p=0,16 - pas-
JUHUSA 6 NOKA3AMENAX Mencoy navuermamu ¢ HCMH 1 koHmponsHot
epynnoy ™ = = 6,09; p=0,009; " — 1> =0,92; p = 0,008 — paznumus
8 noxasamenaxmexcoy navuermami ¢ PCI'Cu KowmponsHoil 2pynnu.

Tabaruya 5
PacrnipesesieHHE e HOTHIIOB H aJUIeIeH
nosumopgHOoro mapkepa R229Q rena NPHS2
y 60abHBIX ¢ HCMH 1 @CI'C B Bo3pacte 7-15 aer
B CPABHEHHH C KOHTPOJIBHOM I'pynnoH (%)

Bo rergre Bonrrmre Fomrponesar
e NPHS2 o HCMI DI TpyIIIIa

0=37) | t=19 (n = o)
Baners 20,9 93,75 93,1
Brnere b 9,1% 0,25 1,9
leroim GG &1, a5 3,25
Terorrm GA 15,29 12, Gkt 3,75

Ipumeuarue.” —y>=9,52; p=0,002;" — > =5,62; p= 0,02 — pas-
JUMUA 8 NOKASAMENAX MOy navuermamu ¢ HCMHU u konmponsHotl
epynnoy " =52 =201; p=0,15;"" —y>=2,07; p=0,15 — paziunusa é
nokasamensax mexcoy navuenmamu ¢ CI'C u KoHmMpPOonsHoLL 2pynnu.
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PCSYJII)TaTI)I HCCICAOBAHUA

Pe3ynsraTsl TEHOTUIIMPOBAHUSA B JIOKyce G755A reHa
MPE/ICTABIEHBI B TA6/1. 3—6. BO BCeX rpymmax pacrpese-
JICHUE T€HOTHUIIOB MMOAYUHAIOCH PABHOBECUIO XaPAU—
Bertnbepra (T. €. OKHIaeMbI€ YaCTOTBI COOTBETCTBOBAIIN
HAOJIIO/IAEMBIM).

[TpoBENECHHDBIN CPABHUTENBHDBIN aHAINU3 PACIIpeesie-
HUA 9ACTOT AJUIEJIEN U TEHOTUIIOB NOIMMOP(HOIO MAPKEPa
G755Arena NPHS2 BbIABIII CIEYIOIME TEHCHIIAN: YACTO-
TA AJUIEIEI ¥ TEHOTUIIOB TOJIMMOP(MHOIo Mapkepa R229Q
CTaTUCTUYECKU JJOCTOBEPHO OTIMYAIACH B CPABHEHUU C
KOHTPOJIBHOU Ipynnoit y 6onbHbIX @CI'C. BoiasneHHas y
60mbHbIX ¢ HCMU 110 CPaBHEHMIO C KOHTPOJIEM YaCTOTA
reroTura GA (10,46 nporus 3,75%) HOCHIA HEIOCTOBEP-
HBII Xapakrep (Tadu. 3). OpHako y aerert ¢ HCMU, Mmanu-
(peCTPOBABIINM B HIKOJIBHOM BO3PACTE, JOCTOBEPHO YaIIE
ormeuasncs renotunt GA (tabin. 4). IIpoTHBONOIOKHbIE
pe3yaBraTh nojaydeHsl y nanuentos ¢ @CI'C. IIpu gebrore
3200JIEBAHUA B PAHHEM U JOMIKOJIBHOM BO3PACTE OTME-
YJIACh JIOCTOBEPHAA ACCOLMALMA reHOTUIIA GA ¢ JaHHON
naronoruen (Tab6s. 4). Yacrora renoruna GA y gerert,
JeOI0T 3200/1EBAHMUA KOTOPBIX HAGIONAIC B MIKOIBHBIN
IIEPUOJ, IOCTOBEPHO HE OTINYAIACH OT KOHTPOJIBHOU
IpyIHI (Ta61. 5).

B rpymnmne 60JIbHBIX CO CTEPOUPE3UCTEHTHBIM HC
TAKKE OTMEYAIOCH IOCTOBEPHOE IOBbIIEHNE JOIU GA-Te-
HOTHMA (TA6L. 6).

OJIHAKO MHOXECTBEHHBIM PEIPECCUOHHBIN AHAIN3
HE BBIABWI BIMAHUA reHOoTHIa R229Q Ha [UIMTENTBHOCTD
3a6onesanus (x> = 0,25; p = 0,62), YaCTOTY PEITUAUBOB ()
=0,017; p=0,89) y 6onpubix ¢ HCMU 1 Ha popMupOBa-
HHUE XPOHUUECKOU IIOUEYHOI HEOCTATOYHOCTH Y IETEN C
OCIC (x*=042;p=0,51).

Taxkum 06pa3om, HAIIE UCCIEAOBAHUE MPOAEMOH-
CTPUPOBAJIO, YTO I'E€TEPO3UTOTHBIA reHoTrn R229Q ac-
conuuposa ¢ PCI'C. IIpuyeM B rpyniie 60NbHBIX, MAHH-
decrarust OCI'C y KOTOPBIX OTMEYAIACH B Bo3pacte 1-6
JIET, YCTAHOBJIEHO JIOCTOBEPHOE B CPABHEHUU C ICTbMU,
1eOI0T 3200/1€BAHNA KOTOPBIX HAO/IOLAJICA B MIKOJIbHBIN
NIEPHO/, MOBBIIEHNE NOIHU I€TEPOZUIOTHOIO TEHOTHIIA
GA. Y 60mpHBIX ¢ HCMU 10CTOBEPHO 3HAYHUMOE ITOBBIIIC-
HUe TeHOTUIIA GA OIPENETIEHO TOIbKO Y AETEN, HAYATIO
326071€BAHUS Y KOTOPBIX BBIIBICHO B BO3pacTe 7—15 JeT.

OO6cy:xnenue

Tabruya 6
Pacnipenenenue reHOTUIOB U aJUIeTen
noxumopdHOoro Mmapkepa R229Q rerna NPHS2
Y GOIBHBIX €O cTeponApe3ucTeHTHHIM HC
B CPAaBHEHHH C KOHTPOJIbHOH I'PynnoH (%)

Bosprmre ¢ HC M Fomrp onssas rpymoma
TemMNFPHSZ (n = 35) (n = £
Barers o o5,1
Loarene B 10 1,9
Temorar G &l 5,25
TemoTm GL ek 3,75

Ipumeuarue.* — y> = 7,73; p = 0,0054; ™ — ¥> = 6,96; p = 0,008
— Pasmumus 6 NOKA3AMENAX MY NAUUCHINAMI CO CIMEPOUOPe3U-
cmenmubim HC 1 KOWmponeHoLl 2pynneoi.



MommopHsiit mapkep R229Q reHa nosoumHa y AeTel ¢ HEDPOTHYECKUM CHHEPOMOM

OpWMHOJ’IbeIe CTaTbH

Hame uccneoBanue, NOCBAMEHHOE ONPEAEIEHUIO
YaCTOTHI NONIUMOP(HOro Mapkepa R229Q) y O0IBHBIX C
HCMMU n ®CI'C, npoJEMOHCTPUPOBATIO BEICOKYIO dCCO-
LMAIUIO JAHHOTO Mapkepa ¢ PCI'C. [TonunaToreHeTny-
HOCTh OCI'C xopomo uzsecTHa. OJHUM U3 (PAKTOPOB,
MIPUBOJAIINX K €TI0 PA3BUTHIO, ABIACTCA MYTALINA I€HOB,
KOJIUPYIOIUX CTPYKTYPHBIE OEIKU MO/JOIIUTOB, K KOTO-
PBIM OTHOCUTC, B YACTHOCTH, IIOJOLMUH. ['eHEeTUYECKHUE
MYTAllM{ NOJAOLMHA IIPU CHOPAJUYECKU BO3ZHUKIIEM
OCI'C onpenenensl G. Caridi u coasr. (2004) [2, 3] u R.G.
Ruf u coasr. (2004) [10], npryYeM 3TU MyTaLlUU 4aCTO
COYETAINCH C MOJUMOP(HBIM MapKkepoM R229Q. Otu
JAHHBIE MTO3BOJIAIOT HAM NPEIOIOKATD, UTO Y YACTH
006CJIEJOBAHHBIX JICTEN ONUMOPQHBIA Mapkep R229Q
COYETAICA C ApyruMu myranuamu NPHS2, uyTo u omnpe-
JENIeT UX PE3UCTEHTHOCTb K UMMYHOCYIIPECCUBHON
TEPAIINU. DTy I'MIIOTE3Y TAKKE IOLTBEPKAACT OOHAPY-
JKEHHAs BBICOKAA 9YaCTOTA TeHOTUIA GA B TPYIIIIE IETEN C
OCI'C, ManudeCTama KOTOPOro OTMEYANIACH B PAHHEM U
JOLIKOJbHOM BO3PACTE, TAK KAK MYTALIMs I'€HA IIOJOLIMHA
00yCIABIUBAET PA3BUTUE HE TOIBKO CEMEHHOI'O 4yTOCO-
MHO-peneccusHOro HC, HO ¥ CiopainyeCKy BO3HUKILETO
crepouipe3ncTeHTHOro HC, MpOABIAIOMETrOCa B PAHHEM
BO3pacre [5].

Pacnpezenenue 4acToT reHOTUIIOB TOIUMOP(PHO-
ro mapkepa G755A rena NPHS2 y 6onpnbix ¢ HCMU
JOCTOBEPHO HE OTINYAJIOCh OT KOHTPOJIBHOM I'PYNIIbL
Opnako B rpynne gereid, manugecranusa HC y KOTOpbIX
HA0II0/1A7ACh B BO3pACTE 7—15 JIET, JOCTOBEPHO YaIle
ONIPENEIAICA TETEPO3UTOTHBIN renotun GA. Cnenyer
OTMETHUTD, YTO OOJIBINAS YACTh U3 ATUX JIETEH OBLIN
MAIUEHTHI C YaCTOPEUUANBUPYIONIEN /CTEPOUI3ABU-
cumortt popmoit HC. Orcyrereue acconmarun HCMU ¢
TCHETUYECKUMU MYTAlUAMU KaK r'eHa He(PPUHA, TAK U
IOJOLMHA YKE YCTAHOBJICHO B PALE UCCIEIOBAHUM [2, 8,
10]. Bonee Toro, B HACTOAIIEE BPEMSA JETAIbHO N3Y4EHBI
naroreHeTudyeckue mexanuamel HCMU. Kak n3BecTHO, B
OCHOBE [1ATOI'€HE3a JIEKUT AUCPYHKLINA T-TUMPOLUTOB
C TUIIEPIIPOAYKIUEN TAKUX [JUTOKUHOB, KaK IL-4, IL-5, IL-
10 u IL-13, 06yCIaBIMUBAIOMINX PA3BUTHUE ATOIIMYECKUX
peaknuii [7, 12]. Takxke ycraHosnaeHO, yto HCMU varmme
HAOIIOACTCS V JIETEH B Bo3pacTe 1-6 JIeT U CBA3aHO
3TO € OCOOEHHOCTBIO UMMYHHOI'O TOMEOCTA3a Y JETEH.
Mcxoas U3 AaHHBIX HALIETO MCCIEJLOBAHUA, MOXHO
MIPEANIONOXKUTE, uTO /1e610T HCMU B 6051€€ CTapIeM BO3-
pacre OnpeAeneH HE TOMbKO CKIOHHOCTBIO K PA3BUTHIO
ATONMUYECKUX PEAKIIUI, HO U JUCPYHKITUEIN MTOJOITNHA.
B TO e BpeMs HAMU He BBIABJIECHO acconuanuu R229Q ¢
JUINTEBHOCTBIO 32060/1€BAHUS, KIIMHUYECKUM TEYEHUEM U
(popMHUPOBAHMEM XPOHUUECCKON TOYEUHON HEJIOCTATOY-
HOCTU Y 601bHBIX PCI'C. I103TOMY HEMb35 PACCMATPUBATD
reHoTUI GA KaKk HeGIArONnpUATHBIN MAPKED, BIUAIOMIAN
HA XAPAKTEP TCUCHUA U UCXO/A OOJIC3HMU.

BoiBOABI

1. BprasieHa JOCTOBEPHAs ACCOLMALINS ITOIUMOP(HOIO
Mapkepa R229Q ¢ ©CIC.

2. BpbICOKas 4aCTOTA I€TEPO3UTOTHOIO reHoTUIa GA 1o-
mMopgHoro mapkepa G755A ormevanach B rpyIe
60npHBIX PCI'C, 1€610T 32601€BAHNS Y KOTOPBIX OTME-
yasicst B Bospacre 1-6 sier.

3. Heycranosnena csiasb HOMUMOPGHOro Mapkepa R229Q
¢ HCMU. Opnaxo y aeredt, Mmanugecranus HCMU y

KOTOPBIX OTMEYAIACH B BO3PACTE 7—15 JIET, 4aCTOTA
reHoTuIa GA OCTOBEPHO BBIIIE B CPABHEHUN C KOH-
TPOJILHOM I'PYIIION.

4. GA-reHoTHII NOMMMOP(MHOro Mapkepa R229Q) nenbas
pacCMaTPUBATL B KAYECTBE MAPKEPA, BIMUAIONIETO HA
Teuenne HCMU u ncxox GCIC.
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