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3a nocnegHee gecatmnneTme 6biv JOCTUIHYTbI 60JIbLIME YCIIEXN B U3YYEHMM MOJIEKY/ISPHbBIX OCHOB [T10MEPY/ISIPHbIX 3abosie-
BaHmi. bblio onpegeneHo, 4To Hanbosiee YacTbiMU MPUYMHAMKU BPOXAEHHOIO M MHOAHTHUIIbHOrO HEGPOTUYECKOro CMHAPOMA
aBasioress mytaumm B reHax NPHS1, NPHS2 u WT1. Tem He mMeHee, 0 cux Mop y psga naumeHTOoB, UMEKOLMX covyeTaHne
pPaHHEero He(POTUHECKOI0 CUHAPOMA C BPOXKAEHHOM NaTo0rMen Apyrmux opraHoB, 3Tnoa0rus 60/1e3H1 ocTaeTcsi HeM3BECT-
114 HoM. 3T cay4an NPoAoIKaT MHTEHCUMBHO UccaegoBatbcs. OgHNM U3 caMbiX BaXHbIX HEAAaBHUX JJOCTUIKEHMI B MOHUMaHMMN
MOJIEKYJIAPHBIX MEXaHM3MOB paHHero He(ppPOTUYECKOIro CMHAPOMA SIB/ISIETCA OTKPbITUE MyTauun reHa LAMB2, koaupyroLyero
B2 naMuHWH, KaK MNpu4uHbI, Jiexkallen B ocHoBe cuHgpoma lupcoHa (Pierson syndrome — OMIM#609049). B paHHow
cTaTthe aBTOP MPEACTaBASIET OCHOBHbIE FTEHETUYECKME U KIIMHUYECKUE XapPaKTEPUCTUKKU ITOHU, HeAaBHO MAEHTUPULMPOBAaH-
HOM, NaTtoa0ruu.

KnrouyeBble cnoBa: cvHAPOM [MpcoHa, HEPPOTUYECKMI CUHAPOM, B2 TaMUHUH, MaJibpopMaLns opraHa 3peHus.

JlTaMWHUH — OZIMH U3 OCHOBHbIX KOMMOHEHTOB 6a3abHbIX TeopeTnyeckn KOMOGUHaALMK ITUX LIEMEN B reTepoTpumepe

MembpaH, 6bl1 OTKPLIT B 1979 . B 3KCTpaKTe, nony-
YEHHOM M3 3KCTPaUEeNIoNAPHOro MaTpMKCca OMyxosieBbIX
KnetokK [1]. bbino yctaHOBNEHO, YTO MONIEKYNA NaMUHUHA
o6pagyeTcs B pes3ynbrate B3aMMOAENCTBUS (MONMMEpPHU-
3auun) Tpex pasaenbHbiX MONUMENTUAHBIX Lenewn: «, B, v.
B nocnegyoowem ¢ MOMOLLbIO MMMYHOTMCTOXMMUYECKO-
ro WCCNeaoBaHUs y MJIEKOMWUTAKOWMX YAanoCb WAEHTU-
duumpoBaTtb 5 pasnuyHbix a-uenen (al-ab), 4 B-uenu
(B1-B4), 3 y-uenun (y1—vy3) v onpenennTb, YTO Kaxgas
M3 12 uenen KOAMPYETCA CaMOCTOATENbHbIM FreHoM [2].
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MOryT obpasoBaTb 45 M30MepoB naMnHKHaA. B npupoge,
O[HaKO, MMEIOTCS OrpaHM4yeHUsi BO3MOMXKHbIX KOMOGMWHa-
uMn. Hanpumep, vy2 Lenb MOXET 00beAUHATLCH TOJIbKO
Cc a3 1 B3 uenamu u T.4. K HacTosdLLeMY MOMEHTY U3BECTHO
15 n3ohopmM NamMUHUHA, KOTOpble B Pa3/IMYHbIX TKaAHAX
CnyXaT OCHOBOW AN B3aUMOAENCTBUS BCEX KOMMOHEH-
ToB 6a3anbHblXx MeM6paH, BKIOYas KonnareH 4-ro tuna,
HUOOTEH M MPOTEOMMKaHbl. JIaMUHUHbI TaKXe BAMSIOT
Ha nponudepaumto, audbepeHUMPOBKY U GYHKLMUIO Kie-
TOK, Npunerawlmx K 6a3anbHbiM MembpaHam [2].

Inherited pathology of 32-laminin (Pierson syndrome):

clinical and genetic aspects

For the last decade a great successes were attained in the study of molecular bases of glomerular diseases. It was certain that the most
frequent reasons of congenital and infantile nephrotic syndrome are mutations in the genes of NPHS1, NPHS2, and WT1. Nevertheless,
until now, a number of patients, having combination of early nephrotic syndrome with inherent pathology of other organs, which etiology
remains unknown. These cases continue to be intensively probed. One of the most important recent achievements in understanding of
molecular mechanisms of early nephrotic syndrome is the discovery of mutations of gene of LAMB2, encoding B2 laminin, as the cause
of Pearson syndrome (OMIM#609049). In this article the author presents the basic genetic and clinical descriptions of this recently
identified pathology.
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NamnnnH-521, cocToAwmi u3 o5, B2 1yl uenen, asngercs
OfHUM W3 Ba}HEWLWMWX [NIUKONPOTEMHOB [IOMEPYNAPHOM
6a3anbHOM MeMbpaHbl U UTPAET BaXKHYIO POJib B €€ CTPYKTY-
pe v dyHKumK. B cepeamHe 90-x rogos 6biain M3y4eHbl MblLlWN
C MONHbIM ednuMTOM B2 NamMUHUHE (Lamb277), y KOTOpbIX
C POXAEHUS oTMeYasncsd HePPOTUYECKUIN CUHOPOM B coYe-
TaHWU C NaTONOrMEN CETHATKNU, HEMPOMBbILLEYHbIMU HapyLle-
HUAMU, OTCTaBaHUEM B PA3BUTUU K CMEPTLIO OT Napasnuyen
Ha 3—4 Hegene Xu3Hu [3, 4]. B 2004 r. M. Zenker v coaBT.
onucanu 11 ageten U3 OBYX, HE CBA3AHHbIX MEXay COO0M,
cemein B Typumuu u JineaHe [5]. Bce naumeHTbl 6bInK poxae-
Hbl OT 6JIN3KOPOACTBEHHbLIX 6PaKoB U UMENN OLMHaKOBYIO
KIMHUYECKYIO KapTUHY B BUAE COYETaHWUS BPOXAEHHOrO
HebpPOTUYECKOro CUHAPOMA C KOMIMIEKCOM aHOManum opra-
Ha 3peHKns, CaMOoW «IPKOW» U3 KOTOPLIX Oblsla MUKPOKOPUS.
Bce 60sbHblE YMEP/K K ABYXMECAYHOMY BO3pacTy OT Tep-
MWHaNbHON XPOHUYECKON NOYEYHOM HEeAOCTaTOYHOCTH. [Tpn
ayToONCMM B MOYEYHOW TKaHW Obln BbiaBAeH AUDOY3HbIN
Me3aHr1anbHbln cKiepos. MNpu obcnegoBaHUM POACTBEH-
HWUKOB NauMeHTOB METOAOM FOMO3UIOTHOIO KapTUpPOBaHUA
aBToOpbl onpefenunv npegnonaraeMbli JIOKYC Ha XpPOMO-
coMme 3p. 3ta obnactb cogepxana reH LAMB2, mytauunu
KOTOPOro, KaK 6bIN0 NoKasaHo paHee, ABASIUCh MPUYNUHON
BPOXAEHHOIO HEPPOTUYECKOIO CUHAPOMA Y FOMO3UIOTHbIX
Mbiwewn [4]. B ganbHenwem, MeTooM NpsiMoro CEKBEHUPO-
BaHWSA aBTOPbl YCTAHOBUIIN, 4YTO Y BCEX NALUEHTOB UMENUCH
rOMO3UIOTHbIE MyTaLMK B PACMOSIOXKEHHOM Ha XpOMOCOMe
3p21 reHe LAMB2. 3710 6b11n HOHCeHC-MyTaumm 3015delG
n R1562X, npuBogdwime K nNosHOMY OTCYTCTBMUIO B2 namu-
HWHa. MNocnegHee 6b110 JOKA3aHO NPU NOCMEPTHOM UMMY-
HOMMCTOXMMUYECKOM UCCNIEA0BAHUMN €r0 IKCMNPECCUM B TKa-
HAX NOYeK W rnasa [6]. KnnuHuyeckne n mopdonornyeckne
U3MEHEHNUS, OOHapPYXEHHbIE Y [JaHHbIX NauueHToB, Gblin
abCoJIIOTHO MAEHTUYHbI Cly4asM, KOTOpble BMnepBble Onu-
can B 1963 r. Pierson 1 coasT. [7]. ABTOpbI HabnoLanu aByx
POAHbIX CecTep, Y KOTOPbIX MMENOCh CoYeTaHe BPOXAEH-
HOr0 HEPPOTUYECKOrO CUHAPOMA M creundrUyYecKnx aHoma-
NI opraHa 3peHus. MNosaHee, pyruMu uccnegoBartensimMmu
OblM ONYG/IMKOBAHbI €lle HECKONbKO MOXOXWX Cllyyaes,
oflHaKO noTpeb6oBanocb 6onee 40 net, 4ToObl [OKa3aTb,
YTO peyb UAeT 06 OTAENIbHOM HacNeLCTBEHHOM ayTOCOMHO-
peLeccMBHOM 3abo0sieBaHUM, KOTOpPOE cenyac M3BECTHO
KaK cuHapom lMupcoHa (OMIM#609049). B cBoen opuru-
HanbHOM paboTe Pierson n coaBT. (1963) nogpo6bHO onuca-
JI BCE KIMHUYECKME U TMCTONATONOMMYECKUE NPOABIEHUA
[aHHOM OGONEe3HWU: MopaxeHue MnoyeK, AebloTMpoBaBllee
B HeoHartallbHOM nepuoge HedpPOTUYECKUM CUHAPOMOM
C GbICTPbIM Pa3BUTMEM XPOHMYECKOM MOYEYHOW HepocTa-
TOYHOCTM (XMH) M cmepTbio B NepBble HeAeNn XU3HU.
Bbina npeacraBneHa aytoncuiHag KapTuHa TUCTONOMM-
YECKMUX M3MEHEHWN MOYEeYHOW TKaHW B Buie Anddy3HO-
ro Me3aHrManbHoro cKaeposa. BbICOoKylo cneunduyHoCTb
uMena naTtoforns opraHa 3peHud. Bcnefcrteue annasuu
unu atpoduun M. dilatator pupillae KNIMHUYECKK onpenens-
JIUCb Y3KWE 3padvku, He pearvpylolmMe Ha CBET U aTPOMUH.
AyToncua npoLeMOHCTpUpoBana, 4YTo rnasHon deHoTun
He orpaHW4yMBaETCH TOJIbKO MUKPOKOPUEN W NpeacTaBieH
KOMTJIEKCOM MOPOKOB Pa3BUTUA, BKIOYaA aHOMasauu xpy-
CTannKa, atpoduio LnanMapHbIX MbllL, U3MEHEHWS POrOBH-
Lbl ¥ ceTyaTku [7].
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M. Zenker v coaBT. B 2005 r. npeanpuHaan nNonbITKy onpeae-
JIUTb, UMENU NN AETKU, ONUCaHHbIE NTMPCOHOM B OPUTrMHAIbHOWM
ctaTbe, fedeKT B2 namuHuHa [8]. Mpsambix JOKa3aTenbCcTB
Nnony4YnTb OblNO0 HEBO3MOXHO, TaK KaK OWONOrMYeckui
MaTepuan oT nauneHToB 6bli He JOCTYNeH AN uccieloBa-
HUSA B CBA3U C UX JaBHEN CMePTbIO B HEOHaTa/lbHOM Mepuo-
ne. Tem He MeHee, aBTopaM yanocb HanTh n obcnenoBaTb
MBbIX POACTBEHHUKOB 3TMX 60/NbHbIX. B reHetnyeckom
TECTUPOBAHUN MPUHANK y4acTUe maTb B Bo3pacTe 79 neT
M pofHas cecTpa NauMWeHTOB, poAHasd cecTpa Mx oTua
(TeTs) u pogHoOM 6paT Matepwu (aaaq). Pogutenn atux peten
He 6blIn poacTBEHHMKaMKU. MaTb K 2005 r. gocturna Bo3-
pacta 79 net. B paHHem geTcTBe OHa nepeHecna anu3ofa
OCTPOro, BEPOATHO, MOCTCTPENTOKOKKOBOIO 1OMEpPY/0-
HedpuTa, OT KOTOPOro MOMHOCTLIO BbI3AOPOBENA, HE UMEA
B rocnenylouemM Kakux-nMbo peHanbHbix npobnem. Otel
nauneHToB ymep B Bo3pacte 60 NeT OT paKa enyaka.
Y Hero He OTMeYanocb HKM GONEe3HEN MOYEK, HWU NaTONOrMUK
opraHa 3peHus. Y o6cnefoBaHHbIX POACTBEHHWMKOB Oblin
BbISiB/IEHbI ABE MyTauun LAMB2: no oqHON ¢ MaTepPUHCKOWM
N C OTLLOBCKOM JIMHWUK. Y MaTepu NaumneHToB, KoTopas, KaKk
npeanonaranocb, AOMKHA 6blla OblTb 06AMraTHbIM reTte-
PO3UrOTHLIM HOCUTENEM, Oblla BbIAB/IEHA reTepo3uroTHas
mMyTaumsa c. 2067C—G B 16 9K30He, co3fatouas cron-
KoaoH (Y689X). CecTpa oTua (TETA NauneHToB), 7 7-NeTHAA
YEHLWKMHa, OoKal3anacb HOCWUTENeM APYron retepo3uror-
HOM HOHCeHC-MyTauun c. 1122T—A B 9 3Kk30He (C374X).
ABTOpbI UCCNeLOBaHMA TPaKTOBaIu 3TU AaHHble, KaK Koc-
BEHHble [JOKa3aTe/ibCTBa TOro, 4YTo 60JIbHbIe, ONUCaHHble
[MMpCOHOM, 6bINM KOMMNAyHA-reTEPO3UrOTHBIMKU MO ABYM
HOHCEHC-MYyTaLMaM, YTO MPUBENO K MOIHOMY OTCYTCTBMIO
B2 namuHuHa. Kpome TOro, faHHOE wuccrnefoBaHue Mnpo-
[EMOHCTPUPOBano TOT GakKT, YTO 0ObIYHOE reTepo3nroTHoe
HOCUTENIbCTBO B Nape ¢ HOpMasibHbIM asienem He aBseTcs
daKTopoM, npeapacnonaraiolnmM K 3a6osieBaHUAM NoYvyeK
unu rnas [8]. B ganbHenwem 6b1n onucaHbl ety ¢ Nogo6-
HbIMWU HOHCEHC-MyTaLMAMK, KOTOopble 6narogaps 3aMecTu-
TENIbHOW MOYEYHOM Tepanuu Nepexunv nepuos rpyaHoro
Bo3pacta. Y BCex NalMeHTOB pas3BuMBaliUCb MPOrpeccu-
pyloLLasa cnenota u Taxenble HEBPOIIOrMYeCKUe HapyLweHus
B BMe 3a4ePKKM NCUXOMOTOPHOIO Pa3BUTUS U BbIPaXKeH-
HOM MbILWEYHON TMMNOTOHUKU. [aHHble NposBieHUs Oblin
pacueHeHbl He KaK ocnoxHeHue XIH, a Kak pe3synbraT
reHeTMyeckoro gedeKra. 3T0 COOTHOCUTCH C BblPaXKEHHOWM
3Kcnpeccuen B2 naMUHUHA B CTPYKTypax rnasa v HEPBHOM
cucTeMbl B HopMe [9-12] v ¢ HabnogeHrem 3a Lamb27~
MbiWwamu B aKcnepumeHTe [11, 13]. Takum obpasom, nep-
Bble MAEHTUOUUMPOBAHHbIE ClydYan 3TOWM OONEe3HU COOoT-
BETCTBOBaNM Kiaccuyeckon cdopme cuHapomMa [nupcoHa
C MyTaLMAaMU, NPUBOAALLMMU K NpexLeBpeMeHHOMY 06pbl-
BY TPaHCAALMKM W acCOLMUPOBaAHHBIMU C MOJIHLIM OTCYT-
CTBMEM 3KCMPECCUMN JaHHOTO 6efika. TeM He MeHee, HeNb34
OblI0 UCKJIIOYUTb BO3MOXHOCTb MyTaL MK, COXPaHSAIoLWmMX
pe3uayanbHylo GYHKLMIO U NPOABNSIOLLUXCS 60nee IErKUM
deHotunom. B 2006 r. 6binn ony6nnKoBaHbl Be pabo-
Tbl, AEMOHCTPUpPYIOLLME BONee NIErKUe KIMHUYECKUE CIly-
Yyau [14, 15]. Y 60nbwKnHCTBaA 06CNea0BaHHbIX NaLMEHTOB
OblNN BbISIBAEHbI TO4KOBbIE MUCCEHC-MYTauum (c. 961T—C;
c. 4140C—A; c. 4177C—T) 1 noparkeHne Tex e camblX
OpraHoB, OAHAKO TeyeHue 6ONe3HU Y HUX OTIMYaNoCh
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OT KJ1TaCCMYEeCKOro onucaHus cuHapoma lNMupcoHa MeHbLUen
TAXECTbIO U 60/1ee NO34HUM BO3HUKHOBEHUEM PEHANIbHbIX
W rNasHblX MPOABEHWUH, @ TaKKe OTCYTCTBUEM OTCTaBaHUA
B NCMXOMOTOPHOM pa3BuTUK. B 3TON e rpynne 6bii10 ABa
nauueHTa ¢ MUcceHc — mytauunen c. 737G—A, MMeBLINX
W30/IMPOBaHHbLIN BPOXAEHHbIN HEDPOTUYECKUN CUHOPOM
6€e3 rnasHbix aHomanun [14]. ABTOpbl 06BACHUIN 3TO COXpa-
HEHWEM Y [aHHbIX MaLWeHTOB pe3uayalibHon GYHKLUK
32 naMuHWHa, KOTOPOK XBaTUIIO 419 AMOPUOreHesa opraHa
3pPEHUS U OKa3anocb HEAOCTAaTOYHO A/ HOPMaJIbHOro pas-
BUTUS NOYEYHOW TKAHW.

B 2007 r. 6b11 onucaH nepBbin ciydan cuHapoma MupcoHa
B Poccun [16]. Y naumeHTa oTMevanacb FOMO3WroTHas
MUcceHc-myTaums c. 499G—T B 5 ak3oHe LAMB2, koTopas
NPUBOAMUT K MUCCEHC-U3MEHEHUAM B MONeKyne B2 namu-
HWHa, D167Y. 3TOT aMUHOKMCIOTHbLIM OCTaTOK JI0Kann30-
BaH B VI gOMeHe, KOTOpbIM BaXeH Ans noaMmepusaumu
NaMWHWHa. JaHHaf MyTauus HaxoguTcs B 3BOJIOLMOHHO
KOHCEpPBaTUBHOM YacTu 6enKa U 3aMeHEHHbIV acnaparuH
npucyrcteyeT B 167-# No3vuuK B MOJIEKyNe B2 naMUHU-
Ha Yy pasfiMyHblX OUMONOMMYECKUX BMAOB (MbiWb, Kypuua
M T.A.) U B YyenoBeyecknx Bl v B3 namuHuHax. MauneHt
UMeN BPOXAEHHbIN HEDPOTUHECKUI CUHAPOM U BPOXAEH-
HYIO MUOMWIO BbICOKOW CTENeHn 6e3 MUKPOKOPUU. Y Hero
OTMeYanocb COOTBETCTBYIOLLEE BO3PAacCTy MCUMXOMOTOPHOE
pa3BuTthe. XINH y 3Toro manbymMka pasBuiach TONIbKO K BO3-
pacTy 16 mecsueB. TpeMsa Mecsiilamuy paHee y Hero BO3HUKNA
[IBYCTOPOHHSS OTC/IOMKa CETYATKM, C NOSHOM NOoTEpen 3pe-
HWSA N1eBOro rnasa. ATOT Cly4al TaKXKe ABNAETCA nposse-
HWeM 6onee fierkoro GeHotTuna, 4em Mnpu KiacCUYeCKOM
cuHapome MupcoHa.

Mopdonornieckme M3MEHEHUS MOYEK MPU CUHAPOME
MnpcoHa y YyenoseKa Mano conocTaBUMbl C MOAESbio 3a60-
NIEBaAHUSA Y MUBOTHbIX. Y GOMbLIMHCTBA OMUCAaHHbIX paHee
naumMeHToB oTmedancs AMddy3HbIM Me3aHrnasbHbIi CKie-
pO3, CONPOBOXAAOWMICA B paje ciyqyaeB GopMUpoBaHu-
em nonynynun [5-8, 10, 15]. B 10 e Bpems, mopdonorunye-
CKME U3MEHEHUS B NMOYKax y Mbillen 60/bLle COOTBETCTBYIOT
MWHWMaNbHbIM M3MEHeHUAM [4], 4TO, BEPOSATHO, CBA3a-
HO C pas3HblM 3HayeHWeMm B2 naMWHWHA 419 Pa3BUTUA
NMOYeK Yy MbllLEN U y YenoBeKa. [Je3opraHnsalLms KonnareHa
W NPOTEOorNMKaHOB, KOoTopas Habnwgaetrcs npu audodys-
HOM Me3aHrnajibHOM CK/epo3e, MOXeT OblTb 06bACHEeHa
HapylweHnem B3aUMOAENCTBUS MEXLY OCHOBHbIMU KOMMO-
HEHTaMK rnoMepynapHon 6asaibHOM MemMOpaHbl MpK OTCYT-
cTBUM B2 namuHunHa. PopmMupoBaHMe MONYNYHUIR Y HEKO-
TOPbIX MNauMEHTOB, BEPOATHO, CBA3AHO C MOBbILEHHON
XPYNKOCTbIO MOBPEMKAEHHON rNOMEPYIsSpHON 6Ga3anbHON
MemMbpaHbl U 3Kccydauuen nnasmMeHHbIXx OenKoB 4yepes
MeM6paHy B NpocBeT Kancynbl LymnaHckoro—boymeHa.
Heo6XxoAMMO OTMETUTb, YTO Y 6OJIbWMHCTBA WM3BECTHbIX
K HacTosWweMy MOMEHTY NauueHTOB CPOKU BO3HUKHOBEHMUS
HedbpPOTUYECKOr0 CUHAPOMA, CKOPOCTb Pa3BUTUS U MpPO-
rpeccupoBaHus XIMH, BblpaXX€HHOCTb U3MEHEHWH opraHa
3PEHUS Haxo4WIUCb B MPSAMOW 3aBUCUMOCTU OT THXECTU
BbISIBI€HHbIX MyTauuin. OQHaKO, OXHO-KOPENCKUMU aBTO-
pamu [17] HefaBHO Ob10 OMy6AMKOBaAHO HabnofeHWe
3a NauneHToM ¢ GuanieflbHbIMU «yCEeYEeHHbIMW» MyTaLMs-
MW W npeanonaraeMbiM MOSIHbIM OTCYTCTBMEM 2 namu-
HWHa, Y KOTOPOro HeppPOTUYECKUM CUHAPOM pa3BMSICSH
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TONbKO B BO3pacTe 9 mecsueB U He 6bls10 Nnpu3HakoB XIMH
K ABYXJ1€THEMY BO3pacTy. ATOT c/ydyan NO3BOSET BbICKa-
3aTb MPEeAnosioXeHNne O BO3MOXHOW Y HEKOTOpbIX 60/ib-
HbIX MOJIEKY/IAPHOM KOMMeEHcaLMK nmMmetolerocs gedexra
3a c4yeT BoNbLUen IKCNPeccumn Apyrux B uenev naMmmHuUHa.
Cnepyet npusHaTtb, 4TO K HaCTOSLLEMY MOMEHTY He u3Be-
CTEH BECb CMEKTP BO3MOMXHbIX KIMHUYECKUX U MOpdOno-
TMYECKUX MPOSBAEHUA NPU B2 NaMUHUHONATUK, B CBA3M
C YeM [JanbHenLlee conocTaB/ieHUe JaHHbIX FTEHETUYECKOr0O
uccnefoBaHug ¢ pesysbtataMmu AJIUTENIbHOro Hab4eHUS
3a BCEMW MauueHTamu MNpeacTaBfeTCsd OYeHb BaKHbiM
LNS onpefeneHns NPOrHOCTUYECKUX MapPKEPOB PasiMyHOM
3Kcnpeccuun deHoTuna.

NHTepecHbIM ABJISETCS U BOMPOC O TOM, MOXKET I CUHLPOM
MpcoHa 6bITb TPEXTOKYCHOM 601e3HbI0? MpU Apyron xopo-
WO M3YYEHHOW JlTaMUHUHOMNATUU — BPOXAEHHOM Oynnes-
HOM 3MKUAEPMONU3E, NOBPEKAEHNE TAMUHUHA-332 MOXeT
OblTb BbI3BAHO AedeEKTOM Jilo6OM M3 Tpex ero Luenen,
TO ecTb MyTaunsamu LAMA3, LAMB3 wunun LAMC2, Torga Kak
naTonormMa namuHuHa-521 cemyac accoummnpyeTcst TONbKO
C B2 naMWHWHOM. [0 BCeW BEPOATHOCTU, 3TO pasnnyve
MOXET OblTb CBA3aHO C TeM, YTO BCE LEenu namMuHuHa-
332 MMeloT 0AMHAKOBYIO SKCMPECCUI0 U pacnpeaenexHue,
OrpaHuyeHHble TONbKO 6Ga3aibHbIMKU MeMOpaHamMu KOXKU
WU CNU3KUCTOM 060N04KKU. Llenn o5 n y1, napTHepbl uenu
2 B namuHuHe-521, HanpoTWB, UMEIOT 3HaYUTENbHO 6onee
LWMPOKYIO AUCTPUOYLMIO B TKAHAX MO CPABHEHWUIO C CaMOoWn
B2 uenbto. NNo3aTOMY MOXHO NPEANONOXNUTb, YTO NaTONOrMA
uenu ab u, 0co6eHHo, y1 MOXKET ObITb MPOCTO HECOBMECTHU-
Ma C XM3HbIO 1 CONPOBOXAAETCH BHYTPUYTPOOHOW rnbenbto
nnoga [18].

Taknm 06pa3oM, B TUMMUYHbLIX Crydasx AMarHo3 cuHapoma
MMMpcoHa MOXeT 6biTb NOCTaB/IEH HA OCHOBAHWWU Kiaccu-
YECKMX KITMHUYECKUX AaHHbIX MPU COHETAHUU BPOXKAEHHOIO
UIN MHOAHTUIBHOTO HedPOTUYECKOTO CMHAPOMA C MUKPO-
Kopuel. MonekynapHoe wccnegosanve LAMB2 Bcerpa
NoATBEPXKAAET AMArHO3 y Takux NaLueHTOB; OHO OCO6EH-
HO HEeOOXOAMMO B Tex Ciydasx, Korga poavTenu 3auH-
TepecoBaHbl B paHHEW NpeHaTalibHOW AMarHOCTUKE MNpu
6yayuier 6epeMeHHocTU. pu covyeTaHuM paHo AeboTu-
poBaBLEro HedpOTUHECKOTO CUHAPOMA C MEHEE TUMUY-
HbIMU Na3HbIMKU CUMMNTOMaMU — MOJIEKYNAPHbLIN aHanu3
LAMB2 gaBnsieTcsi KIOYEBbLIM AMArHOCTUHECKUM METOAOM.
Mytaumn LAMB2 pefKo 6biBalOT NMPUYMHOM U30IMPOBaH-
HOro HedpoTMYeCcKoro cuHapoma. B nogoGHbIX chyyasax
nccnefoBaHue 3Toro reHa noxkasaHo Mpu CoYeTaHUU BPOXK-
[LEHHOI0 WU MHOAHTUIIBHOTO HEPPOTUYECKOIO CUHAPOMA
C aMbdy3HbIM Me3aHrnalbHbIM CKIEPO30M MpPWU HeraTus-
HbIX peaynbratax MyTauMoHHOro aHanusa reHos NPHSI,
NPHS2, WT1 v PLCE1.

MpMHUMasi BO BHUMaHWE 3Ha4yuUTE/IbHY0 BapuabenbHOCTb
LAMBZ2-accouunmpoBaHHbIX 3a60/1eBaH1I, BEPOSTHO 06bsC-
HUMbIX HE TOJIbKO Pa3/IM4HON TAXECTbIO MyTaLMi, HO U BO3-
MOXHOW MOJIEKY/IIPHOM KOMIMEHcCaLUMEN BPOXKAEHHOIO
nedekta Apyrumun msodbopmMamu (3 namuHUHE, MPOrHO3MK-
poBaTb GEHOTUM Ha OCHOBE [aHHbIX FTEHETUYECKOrO Uccre-
[I0BaHUSA HYXHO C 60/bWION OCTOPOXKHOCTbID. OCO6EHHO
3TO KacaeTcs BO3MOXHbIX HEBPOJIOTMYECKUX HapyLIEHUN.
Tem He MeHee, B npegenax Y1eHoB OHOW CEMbU GEHOTUN
XapaKTepU3yeTCd BbICOKMM MNOCTOSHCTBOM.
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MauuneHTbl ¢ cuHapomom lNMrnpcoHa B 60/1bLIMHCTBE ClyYaeB
HabnogatTea AeTCKMM HedponoroM. Cneunduyeckas Tepa-
nuMa B HacToslllee BpeMs He pa3dpabotaHa. HedpakTomus
ONs NPeaoTBPaLLEHUS 3HAYUTENbHbIX PEHaNbHbIX NMOTEPb
6enKka MoXeT 6blTb Heo6xoaMMa Mo aHanorum ¢ GUHCKUM
TUNOM BPOXAEHHOro HedpoTMYecKoro cuHapoma [19].
B HacTosiulee Bpems eOWHCTBEHHOW TepaneBTUYECKOWM
onuuen SaBASETCS TpaHcnaaHTauusa MNoyYku. KonuvectBo
NaLMeHTOB C ANUTENbHbIM KaTaMHE30M MNocse TpaHCniaH-
TaLMu MNOKa €elLlle 0Y4eHb HE3HAYUTESNIbHO, HO HU Y KOO U3 HUX
He 6bI/10 BbIBIEHO BO3BpaTa Anddy3HOro MesaHrmanbHo-
ro CK/iepo3a B TpaHcnnaHTaTt. lauMeHTbl ¢ JOKa3aHHOWM
natonorven B2 namMuHUHa 0693aTeNbHO AOMXKHbI Habsto-
fatbcs odTaNbMONOroM, T.K. UMEETCH BbICOKMIM PUCK pas-
BUTWUS OTC/TIOMKKU CETYATKM Jaxe NpU OTCYTCTBUMU BUAMMbBIX
BPOX/AEHHbIX [MA3HbIX aHOMaNUN.

Mpn cuHapome lMNupcoHa HEOBXOAMMO MPOBOAUTL Andde-
peHuManbHbin aAnarHo3 c¢ cuapomom lannoBen—MoBaTa
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