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12-171 MeXayHapOTHBIN KOHI'PECC NMEANATPOB-HEPPO-
JI0r0B cocrostncsa B Cuatne (CIIA) 1-5 centadpsa 2001 .
Ha xonrpecc cvexanuch 6omee 2000 npeacraBuTencii u3
51 CTpaHbI AT KOHTUHEHTOB. B KOHTPECCe y4aCTBOBAIN
u nejuarpol-Hedposnoru Poccuu. Conpencenarenimu
KOHI'PECCa 6bUIN /IBA U3BECTHBIX AMEPUKAHCKUX Hedpo-
sora: Bruder Stapleton u Sandra Walkins. Ha konrpecce
OOCYXAAINCH IIPOGIEMBI KIMHUYECKON HEPPOIOTny,
BKJIIOYAs 3AMECTUTENILHYIO TEPATTUIO KOHEYHOH CTA/IUU 32-
60JIEBAHNI ITOYEK, A TAKKE TEHETUYECKUE U MOJIEKYJIAPHbIE
OCHOBBI HE(DPOIIATHUIA.

OJHUM U3 KIIOUEBBIX JJOKIA/I0B Ha KOHIpecce Obula
nexnys W. Couser (CIHA), KOTOPBIH IPECTABUI COBPEMEH-
HOE BUJICHUE PA3/INYHBIX BAPHAHTOB [TIOMEPYIOHE(PPUTOB
(I'H): moCTCTpenTOKOKKOBOIO HE(pprTa, IgA-HEponaTuy,
6bIcTponporpeccupyomiero Hegpura, 'l ¢ MuUHUMAb-
HBIMH U3MEHEHUSIMH B [JIOMEPYIAX WIN NPU HATHINN
(pOKANBHO-CETMEHTAPHOTO I1oMepynockieposa (FSGS),
MEMOPAHO3HOHN HEPPOMATUH U MEMOPAHOIIPpOIUdEpa-
TUBHOrO I'HH. OGpameHo BHUMAHKE, YTO Ha NPOTLKEHUN
MOCJIEHUX JIBYX IECATHIIETHH OIIPE/IENIEHBI STUOJIOT s, BA-
PHAHT UIMMYHHOI'O HE()POTEHHOT'O OTBETA, MEXAHU3M (POP-
MHPOBAHUS JICTIO3UTOB, BBSICHEHB MHOTHE (DAKTOPBI ME/IH-
ATOPOB, 31/ICCTBOBAHHBIX B ITATOIOTHUECKOM IPOIIECCE,
XAPAKTEP MOPAKEHUSA KIETOK KIYOOUKOB U IOCIEACTBUS
PA3JIMUHBIX MEXAHU3MOB OPAKEHUS [TIOMEPYIL BosbIoe
BHMMAHHE BJIEKIINUH ObUIO Y/IEJIEHO PA3TMYHBIM BAPHAHTAM
06pa30BaHNA UMMYHHBIX KOMIIJIEKCOB, DOJIM KOMIUIEMEH-
TAPHOM CUCTEMBI, 4 TAKKE KIETOYHO-OIOCPELOBAHHBIM
MEXAHU3MAM Pa3BUTHS [JIOMEPY/ISIPHOIO NOPAKEHUs. B
powraze St. Furth (CIIIA) nmoka3aHo, 4To IpH BBIPAOOTKE
OCHOBHBIX TIPHUHITUIIOB JIEYEHNS MHOTUX BApUAHTOB T'H,
B 4acTHOCTH IgA-nedponartun u I'H, npoTeKaromero ¢
Hepporudeckum cusgpomom (HC), MHOTO J1au U JIAI0T
MHOT'OLICHTPOBBIE PAHJOMUZUPOBAHHBIE UCCIEAOBAHUAL
MIMEHHO B 9TOM KJIIOYE ObUIO IPECTABICHO COOOLICHNUE
M.C. ITHaTOBOY € CO4BT., OOOOIIUBILEE PE3YIBIATHL MHO-

TOLIEHTPOBOI'O UCCIEAOBAHNA I(PPEKTUBHOCTA CAHIUM-
MyH4 (HEOpaId) y JEeTE C HEPPOTHIECKUM CHHAPOMOM,
KOTOPOE 110 €AUHOMY IIPOTOKOJY IIPOBOJHIIOCDH B KJIMHH-
Kax Mocksbl, Ekatepun6ypra, Camaper, HoBocubupcka u
Anma-ATel [ToSBHINCH PaBOTHI, TPEAOCTEPETAIONTUE OT
HCIO/Ib30BAHMA IIPEAHU30I0HA ACTAM PAHHETO BO3PACT
¢ HC npu obnapyxennn y Hux FSGS. D10 CBA3aHO C TeM,
YTO JAKE B CIYy9asX OTCYTCTBUS CEMEMHOIO PACIIPOCTPA-
HEHMA HE(PPOTUYECKOI'O CUHAPOMA Y HEKOTOPBIX OOIbHBIX
obHapyxupaeTca Myranus rena NPHS2, O6 atom 65110
COOOIIEHO B MHOI'OLIEHTPOBOM UCCIIELOBAHUH, IIPOBO-
numoM B 'epmanum (Fuchshuber A. u p.) u B oKIa/1€
Y. Frishberg u ip. (M3pawsie). B TO e Bpems PeHN30/I0H
HAXOJUT IIMPOKOE IIPUMEHEHHE NTPU IgA-nedponatun. B
coobmmenun N. Yoshicawa u H. Ito (InoHus) mokasaHo, 4to
HAPsy € IPEAHNU30NIOHOM B CTAHJAPTHOH TEPAIIEBTHYC-
CKOM 1o3€ 1pu IgA-He(dponaTuu 11e71eCO00Pa3HO UCTIOINb-
30BAHME a3aTHOIIPUHA, IFEIIAPUHA U JUITHPUAIMONA. OTOT
BAPUAHT JICYCHUSA HEOOXOAUMO OCYIIECTBIIATD B IIEPBbLIC
IBa roja OT Hadana MaHudecranuu 3adonesanus. [pu
KATAMHECTUYECKOM UCCIEN0BAHMH Yepe3 10 1eT pesysrar
OT KOMILIEKCHOI'0 JICYUEHUA OKA3BIBACTCA JIYUYIIUM, YEM €C/IU
MIPUMEHSICS OJJUH IIPEAHUIO0/OH. CHIEIIMATIbHOE BHUMAHUE
Ha POJIb HUPKYIUPYIOMUX IgM B IIpo1iecce CTPYKTYPHBIX
M3MECHEHUH B IOYEYHOM TKAaHU TP ['H 66110 0OpamnieHo B
pa6ore L. Musante u ap. (Mranun). K. litaka u gp. (Inonws)
NIPOCIEIWIN XAPAKTEP TeUECHUA MeMOpaHonponudepa-
TBHOTrO ['H Il THIIa, KOTOPBIN CPABHUIIM C KTMHUYECKUMU
IIPOABIEHUAMU MeMOpanonpomugeparusHoro I'HItunan
HE HAIUIX PA3/IMYUL, XOTA MOP(HOOUONITUYECKASA KAPTUHA
JaBaJIa 4yeTKue paznuuns. B Y nposeeHo conocrasie-
HHUE TEYEHHUA OCTPOTIO MOCTCTPENTOKOKKOBOIO HE(DPUTA
B nepuog sugeMun (1980-1983 1T.), 3anngeMu4ecKoro
NOBBINIEHNSA 3260eBaeMOCTH (1984—1987 IT) 1 B ociie-
ayiomeM 10 1999 ropa. (Lagomarsino E. u ap.). Oxazanocs,
YTO KIMHAYECKAS KAPTUHA IIPAKTUYECKU HE PA3INYAIACH
B 3TU [IEPUO/BL, HO BO BpEMA AMUJIEMUYECKOU BCIIBIIKY [H
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Yalle pa3BUBAICA IIOCIIE TUOAEPMHUN. B OC/IEJHUE TOBI
YaCcToTa OCTPOI'0 MOCTCTPENTOKOKKOBOIO HE(pUTA HE
OT/IMYAETCS OT TOT'O, YTO HAOMIOAAETCA B PA3BUTBIX CTPa-
Hax. Posb a1onTosa npu reMopparu4eCKOM BACKYIUTE C
IIOYCYHBIM CUHAPOMOM ObL1a Iposepena E Ozaltin u gp.
(Typus). OKa3a10Ch, 4TO ANONTO3 B KIETKAX IIEprpeprde-
CKOH KPOBH — HEUTPODUIAX, MOHOITUTAX U TUM(POITUTAX
ObUI 3HAYUTEILHO GOJIEE BBIPAKEH B IIEPUOJ, AKTUBHOI'O
BOCIHJICHYS U YMEHBIIAICA I10 MEPE PA3BUTUA PEMUCCUML
Hcceneposanucy CD95 u CD9SL.

[Ipo6iemMa MHMEKINT MOYEBON CUCTEMBI IIPECTAB-
JIATACDH, KAK IIPABUIIO, B COYETAHUU C YIIOMUHAHHUEM O
HAIMYUU WM OTCYTCTBUHU ITY3bIPHO-MOYETOYHUKOBOI'O
pedmoxca (IIMP) y pebenka. E. Hodson (ABcrpanus)
MOJUEPKHYJL, UTO LE/IBIHA PsiJi MHOIOLIEHTPOBBIX UCCIEN0-
BAHUI HE BBLABWI PA3HULBL B TECYCHUN 3A00/ICBAHNSA IIPU
IIPOBELCHUN XUPYPIrUIECCKON KOPPEKLIMY WIHA UCIO/Ib-
30BAHMH IPOPUIAKTUIECCKUX 03 YPOCEITUKOB. OHAKO
ObIIO OTMEYEHO, YTO HUKTO HE MIPOBOJUI CPABHEHUSA C
OHUM M3 YKA3AHHbIX METO/JOB JICYCHUS 1 OTCYTCTBI/ICM
TEPATIEBTUYCCKUX BMEIIATENBCTB. J. van der Voort (Kanasa)
IIPUBJICK BHUMAHKE K UH(PEKIIUNI MOYEBOI CUCTEMBL, KOTO-
Pas BO3HUKACT Y ICTEH JJO 2 JIET, YKa3bIBas, YTO 3200/1¢Ba-
HHE PA3BUBACTCA Y JETEM € TOBBIMIEHHON TEMIIEPATYPO
3HAYUTEJIBHO YAIIE, YEM 3TO NIPEATIONAraeTCs. Mapkepom
OCTPOrO MUENIOHEPPUTA MOKET CTATh IPOKAIBIIUTOHUH
KPOBH, KOTOPBIN OCTA€TCA HA HOPMAJILHOM YPOBHE Y Jie-
TEN ¢ MHPEKIUEN HIDKHUX MOYEBBIX ITyTEH, HO 3aMETHO
NoBbIIAETCS TP nenoHedpure (Halevy R. u ap., U3pa-
wib). C. ITayHOBa 1 cOaBT. (MOCKBA) IPEJCTABU/IM JAHHbIC
O PEHONPOTEKTOPHOM BIUAHUM SHAIANPWIA Y IETEN C
nuesIoHeE(PUTOM Ha (POHE ITY3BIPHO-MOUETOUHHUKOBOI'O
pedmokca. YKazaHHbIH 3(hPEKT TOAIE PKUBATIC OHOBPE-
MEHHBIM CHIDKCHHUEM OKCHZIA A30TA IUIA3MBI KPOBH, YPO-
BCHb KOTOPOI'O ObUI IOBBIIEH [0 JieueHu. [To-ipexxHemMy
Je6aTUPYETCA BOIIPOC O JATUTENBHOCTH HCIIOIb30BAHUS
AHTUOUOTUKOB MPU UHQEKIIUU MOUYEBO CUCTEMBL [10
mHeHuo M. Michael u ip. (ABCTpanus), IpU OTCYTCTBUN
JAHHBIX 32 MUEIOHEPPUT U BPOKIECHHBIX aHOMAIUI Op-
I'AHOB MOYEBOM CUCTEMBI BO3MOKHO HUCIONIb30BAHUE AH-
TUOMOTHKOB C PABHBIM YCIIEXOM KaK 2—4, TAK U 7—14 THEIL.
Ha ocnoBanuu uccnenosanns E-cenexkrrna R. Gbadegesin
U 1p. (BenmukobpuTranus) cenaHa MONbITKA OIPEAEIUTD
HQJINYKE IIOBBIIIEHNA YPOBHSA 3TOI'O 1IOKA34TENA B KDOBU
KaK MapKEPa BO3MOKHOI'O PELIUANBA MH(PEKIIUU MOUEBOM
cucTeMsbl. [1paBa, JOCTOBEPHBIX JAHHBIX HE IIOTYYEHO.

B ¢BA3M ¢ MMPOKUM PACIPOCTPAHEHUEM I'€MOJIUTH-
KO-ypeMHu4ecKoro cuazpoma (I'VC) B A€ TCKO Oy IALMA
B KJIMHUYECKOI MPAKTHKE U B 3KCIIEPUMEHTE IIPOBEPEHA
3HAYMMOCTD IMUT'OTOKCHHA-1 U MUTI'OTOKCHUHA-2, BbIJIC-
JsieMbIX E. coli; Kak (paKTOPOB, ONPECTSIONIUX TSKECTh
3a6onesanus (Siegler R. u zp., CIIA). Oka3anock, 94T0O
HAuOo0JjIee TOKCUYEH IUI0-2. ATUnU4YHOE Teuenue I'C
MOET OBITh CBA3AHO C HEJAOCTATOYHOCTBIO Y HOIBHOIO
(axropa Bumnebpanna (Loirat C. u ap., @Ppannus). B ne-
YEHUM PEKOMEH/IYETCS UCIIO/Ib30BATh CBEKE3AMOPOKEH-
HYIO IUIa3My. BbIABIEH BaKHBIN (peHOMEH passuTusa ['YCy
JeTen, 3apakeHHbIX E. coli 0157:H7 (Tait P, CIIIA). Kackag
TPOMOOTHYECKUX U3MCHEHUN PA3BUBACTCA 3HAYUTEIBHO
paHblIe, YeM IOABJIAIOTCA KIMHUYECKAE CUMITOMEL I'VC,
YTO JJO/DKHO OBITh BBIABICHO Y PEOGEHKA EIIE 10 PA3BUTHS
3TOr'0 OCJIOKHEHUS KUIIECYHON NH(PEKITUML

J1sl CBOEBPEMEHHOI'O BBIABJICHUA JETEH, Y KOTO-

PBIX MOXKET PA3BUTHCA IIOYEUHA HELOCTATOYHOCTD, B
Cunranype npoBe/JJeHbl CKPUHUPYIOIHAE UCC/IE0BAHNS
HAJIU4us TEMATYPUH, IPOTEUHYPUN U T'MIIEPTEH3UU Y
HIKOJIbHUKOB. OK43a/10Ch, YTO HAUOO0JI€€ HEOIATOIIPUAT-
HBIM OKA3bIBACTCA HATMYUE COUCTAHUA IPOTCUHYPUU U
runeprensuy B rwiane pazsurud XITH (Yap H. u gp.). Ura-
JIbTHCKUE MCCTIEA0BATEINH I CBOEBPEMEHHOI'O BBIAB/ICHHS
J€TEN, Y KOTOPBIX MOXKET Pa3BUThCsa XITH, OpueHTUPOBA-
JIMCb HA CHIDKEHUE KIMPEHCA SHJOICHHOIO KpEaTUHNHA
Hke 75 mii/mMuH/1,73 M2 B Benecyaie o6palneHo BHU-
MaHue Ha 60mbIyIo yacrory XITH y pereit u3-3a nosguen
OUATHOCTUKY 3200JIEBAHMSA [TOYEK U HECBOEBPEMEHHOTO
HEAJEKBATHOI'O JIEYUEHHS, YTO CBOMCTBEHHO PA3BUBAIOIIM-
cs crpanam (Orta-Situ N.).

HInpOoKOE UCIONB30BAHUE XPOHUUECKOTO MIEPUTO-
HewIbHOTO guanusa (I1]) B 1eTCKOi HEPPOIOrUIECKON
IIPAKTUKE NOTPEOOBATIO PAHAOMU3UPOBAHHBIX UCCIIEIO-
BAHMUM IIEPUTOHUTA, KOTOPBIA MOXKET BO3HUKHYTD IIPU
arensHoM npuMenennn 171 (Verrina E. u ap., Mtanus).
14-1€THUI ONBIT UCIIONB30BAHUA XPOHUYECKOTO T1/] 110-
Ka3aJi, 9To 6oJiee ueM y IIOJIOBUHBL JieTel riepesoy, ¢ [1]] Ha
I'EMOJUAIN3 CBA3aH UMEHHO C IEPUTOHUTOM. IIpn ocTpoM
1] BO3MOKHO PA3BUTHE I'UIIEPHATPUEMUN, KOTOPAs JOJLK-
HA KOPPUTUPOBATHCA, IPEKIE BCETO, 3d CIET COOTBETCTBY-
IOIUX U3MEHEHUIT COCTABA BBOAUMOM XKUJKOCTH (Moritz
M. u zp., CIIA). ITpu remoguanuse BO3MOXKHO PA3BUTHE
3200JIEBAHUN JKENTYIOYHO-KUIMIEYHOI'O TPAKTA B CBA3U C
AKTUBU3ALIUEH XETMKOOAKTEPA, YTO TPEOYET CBOEBPEMEH-
HBIX JUATHOCTUYCCKUX U TEPATIEBTUYCCKUX BO3JCUCTBUI
(Marsenic O. u gp., IOrocnasus).

ITepBas KIodeBas JEKIMA Ha KOHIPpecce ObuIa IOCBS-
IIE€HA YCIIEXaM TPAHCIUIAHTO/IO'MH 1Touek (Suthanthiran M,
CIIA). Bpu10 0TMEYEHO, UTO IO Ppe3ysraTaM 1999 1. BbuKu-
BaeMocTb B CIIJA Ha IpoTsoKeHnn 1 1 5 JIeT IOoC/Ie TPAHC-
IUIAHTALAN [TI0YEK OT POACTBECHHUKOB JCTEH COCTABILACT
97,8 1 91,0% coorsercTBeHHO. I[Ipn nepecagke TpynHou
IIOYKH IIPOLIEHT BLDKUBAEMOCTH Yepe3 1 1 5 JieT COCTaBUI
94,4 1 81,6 COOTBETCTBEHHO. DTH MOKA3ATEIA YPE3BbI-
YaHO GJIM3KU TEM, KOTOPBIE YKA3bIBAIOTCS TPAHCILIAHTO-
JIOI'aMHU, 3AHUMAIOIUMUCS IIEPECAIKOI IIOYEK B3POC/IBIM
JmozaaM. [1o MHEHUIO JIEKTOPA, JAIbHEUIINI OIITUMU3M B
006J14CTH TPAHCIUIAHTOJIOTMHU NOJDKHBI BHYIIATD YCIEXH,
KOTOPBIMH B HACTOSIIIEE BPEMS PACIIONATAECT UMMYHOJIOT s
1 MOJIEKY/LIPHAS OUOJIOTUA. DTH YCIIEXU NPOSB/IAIOTCS B
COBEPHICHCTBOBAHUYN UMMYHOCYIIPECCUBHON TEPANNU
UL IPEAYIPEKICHUA OTTOPKEHUA TPAHCIUIAHTATA, d
TAKKE UCIIONb30BAHUY HOBBIX METOJOB MOJICKY/IAPHOU
O6UOIOIrNY U1 TUIINPOBAHUA U XAPAKTEPUCTUKU CTATYCA
TpancmianTara. O4yepeanas 3a4a4a TPAHCIUIAHTOIOIMH,
HaJl KOTOpOH padoraer Hanmonanpueiit Uucruryr 3710-
poBbst (CIIA), — 3TO BBIPAaOOTKA B OPTAHNU3ME PCIUITUCH-
T4 TOJIEPAHTHOCTH IO OTHOWIECHHUIO K IIOYKE JOHOPA HA
OCHOBAHUHU HUCIIONB30BAHUA MOHOKIOHAIBHBIX AHTUTEI
u HLA nenruzpos (Krensky A.). IIpeanaraercs BbIIEIATD
XPOHHUYECKYIO HEJOCTATOYHOCTD (DYHKIMN TPAHCIUIAHTATA
(Halloran P), Tpe6yIommyio IOCTOAHHOIO HAOMIOACHU U
COOTBETCTBYIOIIEH KOPPEKLUK. [TO9ePKUBACTCA 3HAYCHUE
BO3PACTA JOHOPA s XOPOLIEH (DYHKIIUN TPAHCIUIAHTATA
U OTCYTCTBHA XPOHUYECKOU HE(DPOIIATUHN IEPECAKEHHOIO
oprana (Melk A., CIIA). ITpeacTaBieHbl PAHLOMU3NPOBAH-
HBIE UCCIENOBAHUA 110 3(P(DEKTUBHOCTU TAKPOIUMYCA IIPU
BEJICHNUY OOJIBHBIX C TPAHCIUIAHTUPOBAHHOI 11ouKoi (Filler
G. u 71ip., Kanaza). O XOpOMUX PE3yIBraTax JOIOKEHO UC-
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cneposaTenamu J. Ferraris v ap. (ApreHTrnHa) npu UCIosb-
30BaHUU MO(ETIIA MUKO(PEHOIATA /I IIPEAYIIPEKACHUA
OTTOPKEHUA TPAHCIUIAHTATA IIOUEK y Aereit. [Tpu aToM
OTMEYATIOCh YMEHBUICHUE NH(PEKIIMOHHBIX OCIOKHEHUI

BonpIoe MECTO B IJIEHAPHBIX, CEKIIUOHHBIX U CTEH-
JIOBBIX COOOIIEHUAX 3AHUMAIN TPOOIEMBI TEHETUYECKNAX
1 MOJIEKY/IAPHBIX UCCIEOBAHUI B HE(PPOIOTHUN. DTON
npobiieMe 6bUIO MOCBAIICHO JIBE U3 G KIIFOYEBBIX JICKITHI.
B nexmuu M. Olson (CIIA) mOMYEPKHYTO 3HAYECHUE PAC-
MK(PPOBKU I'€HOMA YEJIOBEKA HE TOJIBKO I IIOHUMAHMA
CYIIHOCTHU PEAKUX 3200JIEBAHUN B MONYJIAIIUHU, HO U
HEOOXOJUMOCTH NEPEOCMBICUTDL POJIb T€HETUYECKUX
(paKTOPOB B reHE3E PACTIPOCTPAHEHHBIX OOIE3HEN ITOYEK
1 HOBBIX O/IXO/IOB K UX ieyeHuIo. B nekiinu NVAM Knoers
(Hupepnangpl) TAKKE NOLYEPKHYTO, YTO BOZHUKIA HEOO-
XOJUMOCTDb ¥ PEAIbHBIE BO3MOKHOCTH UCCIEAOBAHNA HE
TOJIBKO MOHOT€HHO HACJIETYEMOI TATOIOTUH, HO MYJIBTH-
(PaAKTOPUANBHBIX OOJIE3HEN IIOYEK, IPUYEM KAK C TO3UITAN
HX IPOUCXOKICHHS, TAK U IIPOTrPECCUPOBAHNA. CIIEITUAIb-
HOE€ BHUMAHHUE OOPAIEHO HAa BO3MOKHOCTH IIPEHATAIBHOMN
JUATHOCTUKH, MEAUKO-TEHETUYECKOI'O KOHCYJIBTUPOBAHUA
U IIPECUMITOMATUYECKOTO TECTUPOBAHUA. COOOIIEHNE A.
Woolf (BenmmkoOpuTaHus) ObUIO NOCBAMIEHO NEPBUYHOMY
ITY3bIPHO-MOYETOUHUKOBOMY PEIIIOKCY U pePIIIOKC-HED-
ponaruu. OH COOOMINI O 7 UCCIEAOBAHHBIX CEMbIX, ITIE
ObUI0 3—7 GOJIBHBIX C YKA3aHHOU MAaTOJIOI'UEH, U BHE
3aBUCHUMOCTH: ObUIA JIU TO PEPIIOKC-HEPPONATUA WU
TOJIBKO ITy3bIPHO-MOYETOYHUKOBBIH PEIIOKC — OTMEYAI-
€A JJIOMUHAHTHBIN TUII HACAEIOBAHUA U MYTAHTHBLIN I'€H
IIPUCYTCTBOBAI HA 1 xpomocome. Hanbonee yacro nopa-
JKEHHBII JIOKyC onpeziessiics Ha 1p13 mexay GATA176CO1
1 DIS1653. Pa6ora H. Ohtomo u sip. (SIoHus) TIOCBSAIIEHA
poiu D-ajuiensa rena aHruoTEeH3UH-IIPEBPALIAIOIIETO (pep-
MEHTA B (POPMUPOBAHUHN «MAIECHBKOI ITOYKW» Y OOJIBHBIX
C MIEPBUYHBIM ITy3BIPHO-MOYETOYHHUKOBBIM PEPIIIOKCOM.
OTMEUEHO TAKKE, YTO HATMUHUE 3TOT'O AJUIENS CIOCOOCTBYET
IIPOIPECCUPOBAHUIO CKIIEPOTUUECKHX U3MEHEHMI B IIOUKE,
CeMEMHBIHN ITy3bIPHO-MOYETOUHUKOBBII PE(IIIOKC OITHUCAH
B 16 13 06C/1eI0BaHHBIX 126 ceMeit, mpudeM, KaK TPABIJIO,
y OOJIbHBIX BBIAB/IUIACH «MAJICHbKAA ITOUKa» (Furuse A map.,
Anonua). B padore D. Herzlinger (CIIA) nokasaHo, 410 B
IIpoLecce He(PPOreHe3a Ay Pa3BUTHA He(PPOHA BAKHA HE
TOJIbKO MeTaHE(DPOreHHAs1 61ACTEMA, HO M YPETEPAIbHBIN
POCTOK, KOTOPBII OIIPEAECIIAET PA3BUTHE UHTEPCTULINAIb-
HOU TKAHU.

MoneKynsapHO-TEHETUUECKUE ACTIEKTHI (POKAIBHO-CET-
MEHTAPHOTO ImoMepynockineposa (FSGS) npencrasumm P.
Niaudet u gp. (Ppanuus). Eme B 1995 1. 66112 BbIABIEHA
MyTalys I'eHa, PACIIONIOKEHHOTO B peruone 1q25-q31 npu
AYTOCOMHO-PEILECCUBHOM HEMPPOTUUECKOM CHHJPOME,
KOTOPBII XaPAKTEPUSYETCSA PAHHUM HAYAJIOM, PE3UCTECHT-
HOCTBIO K CTEPOUJaM, ObICTPBIM IPOIrPECCUPOBAHUEM IO
TEPMUHANBLHON IIOYEYHOU HEAOCTATOYHOCTA U OTCYT-
CTBUEM PEIUANBOB ITOCJIE TPAHCIUIAHTAIIAN TTOYEK. DI
BbyiesieH red NPHS2, KoTopblit OTBETCTBEHEH 32 (DYHKITUIO
6e1Ka nogouKHA. [TOIOIMH BXOJUT B COCTAB HOXEK I10/10-
IIUTOB U BBICTUIACT IIEIEBYIO MEMOPaHy. O6HapyxeHo 10
PasHbIX BApHAHTOB MyTariuu NPHS2-reHa, npuuem y 6
13 54 DAMEHTOB, Y KOTOPBIX OTMEYAINCD CLIOPAJUICCKUE
(pOpMBI CTEPOUIPEZUCTEHTHOTO FSGS. OTMEUEHO TAKKE,
YTO B HACTOAIIEE BPEMSI U3YIaIOTCS Ay TOCOMHO-/IOMUHAHT-
Hple popmbl FSGS, Myranus reHa py KOTOPBIX CBA3aHA
¢ xpomocomon 19q13. B coobmenuu J. Andreae u ap.
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(TepMmanns) nouepKHyTa HEOOXOAUMOCTD UCCIIEOBAHMS
myranuu reos WTI (cynpeccopa rena oryxonu Buibmca)
B CJIY4asX FOPMOHOPE3UCTEHTHOIO HEPPOTUIECKOIO
cuHapoma (HC), cBA3aHHOTO € (POKATBHO-CETMEHTAPHBIM
IJIOMEPYJIOCKIEPO30M. KaK JOKa3aTeIbCTBO OCHOBHOI'O
MOJIOKEHUA [JOKJIAZA NIPEACTABICHBI HCTOPUM GOIE3HA
Tpex OOJbHBIX € JOKa3aHHOU MyTanueid (WTI), npuuem y
BCEX TPEX OOJIBHBIX ObUIN BBIPAKEHBI U YPOI'€HUTAIbHBIE
HU3MEHEHUA. AHAJIOTMYHBIE HAOIOACHNS ObUIN IIPE/ICTAB-
JIEHBI U B JOoKIazie coTpyanukos MHMUTINIAX M3 PO @ [T,
HaJmMKOBOM € COABT., IPOJECMOHCTPUPOBABIINX HATNYNE
cuHApoMOoB Pparisepa u JleHuc-/ipant, MposaBIAIOIIXCS,
KpoMe ropmoHopesucteHTHoro HC, Hammauem MyxCKO-
I'O IICEBOrepMapOAUTA3MA IIPU JKEHCKOM (DEHOTHUIIE U
IIPUCYTCTBUU XY B XPOMOCOMHOM HA00pE.

HM3zyuenue MOIEKyIAPHON T€HETUKUA HEPPOTUIECKOTO
CHH/IPOMA IIPUBEJIO K HECOOXOJUMOCTH BBIIETICHUA LIEJIOTO
psna GENIKOB NOJOLUTOB, OTBETCTBECHHBIX 34 PA3BUTHE
326071€BaHUA. DTO HE(PPUH, TOAOLIMH, ATb(a-aKTUHUH-4,
a1bda-3-uHTErPUH, NOJOKAIUKCUH U Ap. (Smoyer W,
CHIA). ITpu HC, passuBaroniemMcs y pebeHKA ¢ KITMHHUYE-
CKHUMHU MPOSBJICHUAMU ATOIIUU U MOBBILIEHUEM YPOBHSA
IgE, ormedaeTca 0OObIYHO TOPMOHOYYBCTBUTEIBHOCTD U
MHHHMAJIbHBIE MI3MEHEHMA B ITIOMepyax. Y. Kobayashi n
Ip. (AANOHMA) BBIACHWIN, YTO TEHETUYECKUE BAPUALIUU
reHa 1L-4 u STATG-reHa (CUTHATBHBIN TPAHCAYKTOP U
AKTHBATOP G) MOTYT GBITH TPEAPACIONATAONTIM (PAKTO-
poM K pazsuruio HC ¢ MUHUMAIBHBIMU U3MEHEHUAMU
B rnoMepynax. 1o muenuio H. Toka (CIIA), Briaenenue
pa3HbIX (JOPM MOHOI'€HHO HACJIEAYEMBIX 3200I€BAHN,
MIPOTEKAIOMUX C APTEPUAIBHON I'MIIEPTEH3NEN WU TH-
HOTCHSI/ICI;I7 HaM€4yacT HYTI/I OIIPCIC/ICHMA I'CHOB, MYTQ.LII/IH
KOTOPBIX BEJIET K TUIIEPTOHUYECKOH 60s1e3HM. A. DeStefano
(CIIIA) yKa3bIBAET, UTO XOTA ACCEHIUAIbHAA TUIIEPTEH3USA
OTHOCHUTCS K MYJIBTU(PAKTOPUAILHBIM 3200JICBAHUAM,
OJJHAKO BKJIAJ] TCHETUYECKUX (DAKTOPOB IIPEBLIMIACT 57%.
Bosnee Toro, 1o janusM PPeMUHIEMCKOI'O MCCIEAOBAHMS
60JIE3HEN CEPALLd, MHOI'O YOEAUTEIbHBIX JAHHBIX, 4YTO
KAH/IU/IATOM B I'€HBI TUIIEPTOHUYECKOIM OOIE3HU ABJIACTCA
I'€H, PACIIOIOKEHHBIN Ha 17-1 XpOMOCOME.

B coobmennn QppaHIy3CKUX uccaenosarench V. Ka-
latzis m ap. IpeACTaBIEHA XAPAKTEPUCTUKA IIPOAYKTA TeHA
nuctuao3a — CTNS — 1IUCTUHO3UHA, KOTOPBIH SIBIISIETCS
TPAHCIIOPTHBIM O€EIKOM LIUCTUHA B JIU30COMaX. Pabora
B. Hoppe (Iepmanus) 6pu1a o6paiieHa K pacmupoBKe
IPYI'OIrO TSDKEJIOTO META0OIMUYECKOIO MOPAKEHUA IIOUEK
— neppryHOU runepoxcanyput (I1I). B Hacrosmee Bpems
pacmmdposansl aBa BapuanTa 1l korna npu I1I-1, ren
KOTOPOH paCIOIOXeH Ha 2q37.3, a HApyIIEHU MeTabo-
JIM3Ma CBA3AHBI C OTCYTCTBUEM CIEIM(PUIECKON IIEPOK-
CUCOMAILHON AJIAHUHITIMOKCHIATAMUHOTPAHC(EPAZD
u III-2, MyTaHTHBIA T€H IIPU KOTOPOI JTOKAIN30BAH Ha
9p11. Bropoii BApUaHT BCTPEYACTCA 3HAYUTEILHO PEKE
IIEPBOTO, HO 062 HEOIATONIPHATHBI B IPOIHOCTHYECKOM OT-
HOIIEHUH U3-32 PA3BUTHA HE(PPOKATBLIMHO3 U [IOUEUHOM
HE/IOCTATOYHOCTH. B HacTOAIEE BPEMA M3YUAIOTCS APYTHE
BAPUAHTBI TUIIEPOKCATYPUH, KOTOPBIE HE ABJIAIOTCA CTO/Ib
OPAMATUYHBIMU 110 IPOrHO3Y. B wactHoCTH B padore
D. Batinic np. (XOpBaT1) NOKA3aHA POJIb TMIIEPOKCATYPHH,
HE CBA3AHHOM C IIEPBUYHBIM I'€HETHYECKUM AE(PEKTOM B
PasBUTHHU HEPPOKAIBLUHO34. [Ipe/yraraeTcss IpOBOANUTD
OKCATATHBIN a6COPOITMOHHBIIN TECT B CJIYUAAX HEACHOM
runepokcanypuu (Hoppe B u ip., Tepmanus).
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Kparkve coobuierns

Hoxnazn C. Kashtan (CIIA) OblI IOCBSAIIEH HOBBIM
NOAXO/JaM KJICUEHHIO CUH/IPOMA AJIBIIOPTA, KOTOPLIE Pa3-
PpabaTBIBAIOTCA HA OCHOBE IKCIIEPUMEHTAIBHBIX MOJIEIIEN
3TOr'0 CUHIPOMA Y COOAK 1 MBIIEIL. [I11 CO6aK XapaKTepeH
X-CLIEeIICHHBIN BAPUAHT CUHAPOMA AJTIBIIOPTA C MyTaLIUE
COLA4AS, 111 MBIIIEH ayTOCOMHO-PELECCUBHBIN C MyTALH-
et COL4A4. UcnibIThiBaeTcst 3(PhEKTHBHOCTb UHIMOUTOPOB
AHT'MOTEH3UH-IIPEBPANAIONIEIO (PEPMEHTA, LIMKIOCIIO-
PUHA U BO3MOKHOCTH I'€HHOM MIKeHepuu. B noxnane D.
Landau (M3pawib) 06paIeHO BHUMAHKUE Ha aTUITNYHBIC
crygau I'VC (D-), B pasBUTUH KOTOPBIX HECOMHEHHYIO
POJIb UIPAIOT TEHETUYECKUE (PAKTOPBI, TAK KAK ayTOCOM-
HO-/JOMHMHAHTHBIE 1 ayTOCOMHO-PELIECCUBHBIE (DOPMBI
I'YC — He peJKOCTb. BBICKA3BbIBAETCA MHEHUE, YTO B OCHOBE
3200/1EBAHNA JIEKUT TEHETUYECKH OOYCIIOBICHHDIN Je(u-
LIUT KOMIIJIEMEHTAPHON CUCTEMBL IIpy BO3HUKHOBEHUU
NOAO6HOrO BapraHTa I'YC aBTOp IIPEyIaraeT UCIOIb30BATh
CBEKE3AMOPOKEHHYIO IUIA3MY, COAEPIKAIYIO KOMIUIEMEHT.
OIBIT TOKA3BIBAET, YTO IPUMEHEHNE TAKOM IUIA3MBI B 103€
20-24 My /KT 2—3 pa3a B HEAEIO IIPEAYIIPEKIAET IIPOrPEC-
CHUPOBAHUE HETUNUUHBIX (popM ['VC.

JaHHbIE SKCIEPUMEHTAILHBIX PAa3Pa0OTOK JICUCHUS
AYTOCOMHO-PENECCUBHON NOJUKUCTO3HOM OOJIE3HU T10-
yeK (APIIBIT), reH KOTOPOX PACIIONOKEH HA XPOMOCOME
6p21-p12, Ha OCHOBE MOJU(PHUKAIINN T'€HA SKCIIEPUMEH-
TAJIbHBIX )KUBOTHBIX IIPEJCTABJICH I'PYIIIION aBTOPOB U3
CIHIA - L. Guay-Woodford u ip. B CBsI3U C TsKECTBIO TPO-
rHo3a APIIBII poputenn HepeKo O6PAIAIOTCS IO TIOBOJY
IIPEHATAIBHON JUATHOCTUKHA BO3MOKHOIO 3d00JICBAHNSA
y cegytomero pederka. ITo ganusim M. Gagnadoux u zip.
(DpaHLyA), MPEHATATBHASL JUATHOCTHKA C OTIPEETIEHUEM
IIPUCYTCTBUA WIM OTCYTCTBHA MyTAHTHOI'O I'€HA BO3MOKHA
npUOIU3UTENBHO B 80% MOPAKEHHBIX CEMEI. AKTYa/IbHA
U npeHatanpHas auarsoctuka AJITIBIT (Pecoraro C. u
Ip., Mranusa). O6BIYHO ONPEAETICHUE KUCT Y IUIOLA WX
B HEOHATAJLHOM IIEPUOJIE CBS3AHO C MYTAIUEH B 16-11
XpoOMOcCoMe, TO eCTb IIpyu Hannuuuu I1BIT 1-ro Tumna, npu-
YEM YXKE B IIEPBBIE MECAIIBI KU3HU BO3MOXKHO CHIKEHUE

[IOYEYHBIX (DYHKUNI U pa3BUTUE I'UIIEPTEH3UU. OFHAKO ¥
HEKOTOPBIX OOIBHBIX ITPU CUCTEMATIYECKOM HAOIO/ICHUN
1 COOTBETCTBYIOMIEH KOPPEKIIUY BbLABICHHBIX U3MEHEHUN
BO3MOKHO HCYE3HOBEHUE MATOJIOINYECKAX CUMIITOMOB.
PexomenyeTcsas MOHUTOPHUHI COCTOAHUSA OOJIBHBIX C PAHO
BBIABJICHHBIMU KHUCTAMU B IIOYKAX. Py nccneoBaHmii 6bu1
nocsamen APTIBIL koTopad, no ganueiM R. Capisonda
u 1p. (Kanazna), AB1d4eTca 4pe3BbIYaiHO I€TEPOre€HHBIM
B KJIMHUYECKOM OTHOLIEHUU 3200/1eBaHUEM. CTABUTCA
BOIIPOC O COYETAHUU I'€HETUYECKON C (PEHOTUITNYECKOU
reTeporeHHoCTbo. M. Lilova (bonrapus) npeacrasuia
onucanue 60mpHOrO ¢ APIIBII, y KOTOpOro umenu me-
CTO MHOKECTBEHHBIE MHTPAKPAHUAIbHBIE AHEBPU3MBL
Hccnenya cocroguue reHos AJITIBIT 1-ro ¥ 2-ro TUIOB,
OBbUIO IIOKA33aHO, YTO IJIOMEPYIOKHUCTO3 HE UMEET OTHO-
HICHUA K MOJMKUCTO3HOH OOJIE3HU ITOYEK, XOTSA U MOXKET
HUMETb CEMENHDBIN Xapakrep (Gusmano R. u gp., Uranms).
B nccnenoBanmy rpynimsl yueHbx u3 @pannyuu u Urann
IIOKA3aHO, YTO CEMENHASA TUIIOIUIACTUYECKAs ITIOMEPY-
JIOKHACTO3HAs1 6OJIE3HD IIOYEK, KOTOPAs MPOABIIACTCS IIPU
PaHHEM PA3BUTHH CAXAPHOI'O AUA0ETA Y IETEH, CBA3aHA C
MyTaLUer HyKIeapHOro (pakropa renarountos (Loirat C,
Rizzoni G.n 1p.). B3auMOBIMAHKE TEHOB TyOEPO3HOI'O CKIIE-
po3a 2 uITBII 1, pacrionoxkeHHbIx Ha 16p13.3, mOKa3aHo J.
Bissier n ap. (CIIIA). CemerHas epruoanIeCKas 60NI€3Hb C
Pa3BUTHEM aMIWION/1034 olMcaHa B Typruu (Sirin A. u ap.).
MHOrOUNCIEHHOCTD TAKUX OOJIBHBIX, IO MHEHHUIO aBTOPOB,
TpeOyeT CHENUAIbHON HACTOPOKEHHOCTH A1 PAHHETO
BBIABJICHUA OONIE3HU U COOTBETCTBYIOIIETO JICUYCHUA KOJI-
XHULMHOM.

IlnenapHble ¥ CEKIIMOHHBIE 34CEJAHUA KOHIPecca
IIPOXOJWIM C AKTUBHBIM OOCYK/ICHUEM [IPE/ICTABICHHBIX
JoKIa0B. Crieayromun — 13-11 KoHrpece MexayHapoaHOn
ACCOLMALH IIEAUATPOB-HE(DPOIOTOB COCTOMTCS B ABCTPA-
qmu B 2004 ropy.
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