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Bpo:xaeHHbIH Hedpormdeckuii cuagpoM (BHC) nsBecTeH KaK rereporeHHas MaToJIOTHA, 00'be JHHIIOMIAsS
rpymiry 3a60JieBAHUI C KOHT€HUTATBHEIM IOBpE:KIeHHEeM KTyOOUYKOBOro (DWIBTpa M ILTOXHM IIPOTHO30M.
BO/JIBIINHCTBO MIAIIHEHTOB HMEIOT IIPOIPECCHPYIONIYIO XPOHHYECKYIO IIOYE€YHYIO HeJocTaToYHOCTh (XIIH)
B paHHEM JeTcKoM Bo3pacTe. HegaBHO GBUIH HCCIIEJOBAHEBI MyTaIlUu B reHe LAMB2, xogupylouieM f,-1aMu-
HUH, AB/IAIoIIHecsa IPUIHHOM cHHApoMa IlupcoHa, 311 koToporo xapakrepHo coueranue BHC ¢ komIuiek-
COM BPOIKJEHHBIX AaHOMA/IMH OpPraHa 3peHHs, H IIpeKe BCEro MHKPOKOpHe. Y geTel, CTpaJalolluX JaH-
HBIM 3200/IeBaAHHEM, OTMeYaIoCh paHHee Hauasto XITH, oTcTaBaHNe B ICHXOMOTOPHOM Pa3BHTHH H IIpOTpec-
CHpYIOIIas CJIeTI0oTa. MBI IPHBOAUM pe3y/IbTAaTH HaOII0JeHUA 3a peGeHKoM, nMeromuM BHC, BEIcOky¥O cTe-
IIeHb MHOIINH H JPYTHE CTPYKTypHEIe aHOMATHH OpTaHa 3peHHUs, HO 6e3 MUKPOKOPHH. V Halllero IalHeHTa
K Bo3pacTy 11 mecanes orcyrcrBosaia XIIH 1 orMedaioch HOpMaJIbHOE IICHXOMOTOPHOE Pa3sBUTHE. Y HETO
BBIIBJIeHA HEH3BEeCTHAS paHee TOYKOBasi TOMO3UTOTHASA MyTauus B reHe LAMB2. Hamie HaGmIoneHue, HAPSAAY
C ABYM:A HEJaBHHMH OIIMCAHHAMH «MATKOI'0» BApHaHTa CHHIpoMa IlupcoHa, MOo3BO/LAET IIPEII0T0KHTD OIl-
peleIeHHYIO KIMHHYECKYIO BAPHAOEeTbHOCTh JAHHOM ITATOIOTHH.

Congenital nephrotic syndrome (CNS) comprises a heterogeneous group of conditions having in common the
disruption of normal glomerular permselectivity, and carries a poor prognosis, with most patients progressing to
end stage renal disease. Recently mutations in the LAMB2 gene encoding p,-laminin were described as the cause of
Pierson syndrome that is characterized by CNS and a complex ocular maldevelopment with microcoria as the most
prominent clinical feature. Most affected children exhibit early onset of chronic renal failure, neurodevelopmental
deficits, and blindness.

We report on a patient with CNS, high grade myopia, and structural eye anomalies including remnants of pupilla
membranes, but no microcoria. The patient did not develop renal failure by the age of 11 months and showed no
neurodevelopmental deficits. He turned out to be homozygous for a novel LAMB2 missense mutation. This observa-
tion together with two recent reports on milder variants of Pierson syndrome corroborates the concept that the
clinical expression of Pierson syndrome is more variable, and that milder phenotypes may be related to hypomor-
phic LAMB?2 alleles.

BBeaenue

BHC pasBuBaeTcs B IEpBbIE 3 MECSLA XKU3HU [ 1] 1 00b-
€/JMHACT IFETEPONCHHYIO IPYIITY BOCHOBHOM I'€HETUUECKUX
3200J1€BAaHUM. Y OOJIBIIMHCTBA MTALUEHTOB OTMEUAETCA
OBICTPOE IPOrPECCUPYIOILEE CHIKEHUE ITOUEUHBIX (DYHK-
LU C pasBurueM TepMunansaon XI1TH [3]. B reuenne muo-
rux jeT auarnoctuka BHC OCHOBBIBAIACh HA HECKOJIBKUX
KPUTEPUSX, BKIIOUYAsl KIMHUKO-JTA00PATOPHBIE JJAHHBIE,
CEMEVHBIN AHAMHE3 U MOP(POJIOTHUECKOE UCCIIEIOBAHUE
HOUYEYHON TKAHU. [Iporpecc B u3yuyeHuu reHeTHUECKOrO
0a31Ca HACIEACTBEHHBIX ITIOMEPYJIIPHBIX 3A00JI€BAHUI
BHEC OOJIBIION BKJIA/] B IOHUMAHUE IIPUYUH MHOI'UX Ba-
puantos BHC. Ceituac uspectHo, uro donee 90% Bcex
cnydaes BHC o0yCoBiIeHbI MyTalusAMuU B reHax HPHSI,
NPHS2uWT1 [5]. Tem HE MEHEE Y HEKOTOPBIX MAIIUEHTOB C
n30MPOBaHHBIM BHC 11y OOJIBIMMHCTBA C CUHAPOMHBIMU
(popMaMu reHETUUECKAS COCTABJISIONIASA IO CHX TIOP OCTA-

€TCA HCU3BCCTHOM. OHUM U3 CAMBIX BIICUAT/IIOMINX HE-
JJABHUX YCIIEXOB B HOHMMAHUH T€HETUUECKUX TPUUUH
BHC aBnsgeTcsa OTKpbITHE MyTamy reHa LAMB2, Komupyio-
HIETO P,-TAMUHUH, KAK IPUYHHBL JIEKAIEH B OCHOBE CHH-
apoma [Tupcona (Pierson syndrome — OMIM#609049) [11].
DTO COCTOIHME ObLIO BIIEPBbIE OnKCcaHO M. Pierson et al. B
1963 . [6] 1 xapakrepusyercst coueranrem BHC u Mukpo-
KOPHUH KAK HAOOJIEE APKOTO KIMHUYECKOTO IPOSIBICHUS
KOMIUIEKCA AHOMAIUI OpraHa 3peHus [12]. f,-1aMuHuH —
TUIUYHBIN OPCACTABUTC/Ib CCMCUCTBA TAMUHUHOB — ICTE-
POTPUMEPHBIX IKCTPALC/UIIOIAPHBIX IIMKOIPOTCHHOB,
COCTOSIIUX U3 0O, B- U y-TIECNCH. ABISSICh OJHUM U3 TJIAB-
HBIX KOMIIOHEHTOB 0a3a/IbHbIX MEMOPAH, JIAMUHUHDBI UT-
PAIOT BAXKHYIO POJIb B KJIETOUHOH aire3UH, IO QepaLun
Y MUIPALUH [/]. BONIBIMHCTBO paHee ONMCAHHBIX ALY~
€HTOB C CUHAPOMOM [Inpcona UMeIn OTCTABAHUC B Pa3-
BUTHH, PaHHEE Haua10 XITH, TsoKrenbie HEPBHO-TICUXAUEC-
KHE OTKIOHEHUS, MUKPOLe(pInIo U cenory (8,9, 12]. Mer
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MPUBOJUM KJIMHUUECKOE HAOIOIEHUE NAITUEHTA C OoJice
JIETKUM (PEHOTUIIOM M HEU3BECTHOU PAHEE MYTaIUEH
LAMB2.

KJInHHUKO-1A60paTOpHEIE JAHHEIE

Manbunk AL, poaueiwmiica 11.01.2006 r. npu cpoke recra-
umn 41 Hepens, OT BTOPO# HEOCTIOKHEHHOM GepeMEHHOCTH 1 POIOB,
nocrynun 8 Y3 OIKB r. Openbypra 7.03.2006 r. 8 sospacre
55 aHelt ¢ pasepHYTOIl KIMHUYECKON KAPTMHOM HedpoTUiecko-
ro cuHgpoma. Ero pomuteny, no HauMoHansHOCTH asepbanmxXaHLb,
asnaioTcs TpolopopHsiMi cnbeamu. Craplunit 6par peberka ymep
B Bospacte 3 Mecaues B Asepbaiimxare B 2003 r. oT HeacHbix
npuunH. V138ecTHO TONbKO, YTO y HEro OTMEYanack AUapes U yse-
nuderne xneotd. CMepTb NPOU3OLWIIA BHE CNELMANU3UPOBAHHBIX
MEIMUMHCKNX LEHTPOB, M AYTONCHS He MPOBORMNACh.

Bo Bpems GepemeHHOCTH y MaTepu He GbIIO CUMITOMOB MH-
beKunoHHbIX 3060NMEBAHMI U He OTMEYANoCh SBMIEHMH TOKCHKOSA.
[NpeHaransHoe Y3M, uinontenHoe npu cpoke rectaummn 22 Hepe-
JIM, He BLISIBUIO OTKIIOHEHMI B QHATOMMM MIOAd, O-peTonpoTenH
BO Bpema GepemeHHOCTH He uccneposanca. [pu poxaeHnn sec
3900 rpamm, poct 51 cm, okpyskHocTb ronosb 36 cm. Ouetka no
wkane Anrap 7 6annos 1 yepes 5 munyT 8 6annos. Bec nnauen-
Tl HensBecTeH. PaHHWII HeoHaTamnbHHI nepuoa npotekan 6Ges
ocobenHocteit. B Bospacte 40 aneit npu OPBM obumit ananus
moun (OAM) sbisieun Genok u sputpountsl. Yepes 2 Hegenu no-
ABUIMCb OTeku, B cBA3M € yem 6bin Hanpasner B [Y3 OIKbB. Mpwu
NOCTYNIEHUN OTMEYANMCh OTEKW NIULA, HOT, NepeHel BpiolHOi
crenku, acunt. Bec 5250, poct 57 cm. B obuiem anannse moum
(OAM): ya. Bec 1005, 6enok 1,26 r/n, sputpountsl = 8=12 8 n/3p.

B obbextBHOM cTaTyCe, KPOME OTEKOB, BHIIBIIEHO ABYCTOPOH-
Hee cxopslleeca kocomasne. HapyxHsie nonossie opramsl PassuTH
NPABMILHO, MO MyXckomy THny. ApTepuanbhoe aasnenme 85/55 mm
pr. ct. [NenxomotopHoe passutie cootsercteyer Bospacty. O6-
wpit ananms kposu (OAK): Hb 116 r/n, 3p. 4,52 x 10°,n. 13,6 x 10°,
Tpombountsl 442 x 10°, COD 20 mm/y. Iuypes 550-650 mn 8
cytkn. Cytounas npotennypus 800—1200 mr. Buoxumus kposwu:
obupit 6enok 35 r/n, ansbymmnn 16 r/n, xonecrepun 3,4 mMmonb/n,
mouesmHa 1,6 Mmonb/n, kpeathnd 40 mkmons/n, kanuit 4,84 make/n,
Hatpuit 139 mmons/n, AJTT, kanbumit, docdop chBOpPOTKM B HOpMe.
Mpn Y3M onpepenanoch ymepeHHoe yBenmueHne pasmepos Mno-
yek (nesas nouka: 62 X 26 mm, npaeas nodka: 60 X 26 mm), rmnep-
3X0reHHoCTb nodeyHoit naperxumsl. Kapuotun 46XY. MDA wa an-
TUTENA K BO3BYAUTENAM LIUTOMEraNiM, TOKCOMIIA3MO3d, MPOCTOTO rep-
neca (mn 1 u 2), kpacHyxu — oTpuuatenshsie. HBsAg B chiBopoTke
He obHapyxeH. He 6uino BuisBneHo axtuten k supycy renarmra C
n BUY. Peakuna Baccepmana otpuuartensHas y pebeHka 1 y ma-
Tepu. PeHtreHorpadms opraHos rpyaHoit knetku B Npsmoit npoek-
unn, Ixo-KI, HelipocoHorpadus He BLISBUNM OTKIOHeHMIA. [niokos-
YPHA M OMUHOOLMAYPHS OTCYTCTBYIOT. 3HOUMTENbHBIE M3MEHEHMS!
Gbin HaMAEHb OKYIMCTOM: ¢ 0benx CTOPOH OMpeRensioTes ocTaT-
KM 3SMOPUOHAIBHON 3PAYKOBOM MeMBpaHE — fedopmupyiolme
3PAYOK MPH MUAPHASE, BYXCTOPOHHEE CXOASLLEECs KOCOTIA3HE, [BYX-
CTOPOHHAS MHONKs BbiICOKO# cTenenn (Gonee 20 anonTpuit) u natHa
LEMUIMEHTALMM HA TTIA3HOM AHe.

Pe3yabraTsl MOP(OIOTHIECKOTO HCCAeOBAHMA
MMOYE€IHOM TKAHHU

Hedbpobuoncus Guna nposegeqa B Bospacte 124 pwa.

MpoTokon mMopdonornyeckoro HccneaoBaHms:

Cserosaa mukpockonms (puc. 1) nposepera Ha 60 kny-
BOYKaX C WCMONb3OBAHMEM CEfyIOLMX OKPACOK: FeMOTOKCH-
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nnn-303uH, LUMK-peakumsa, Tpuxpom no Macony, cepebperme no
Ixorcy. Bce knyboukn mmeloT npusHaku Hespenoctu pasHoit
cTeneHn BepaxeHHoCTH. [1pocBeTh KANMNNApHLIX NeTens Xopo-
wo suaHs. CTeHKkM kanuansgpoB OfHOKOHTypHble. B kny6oukax
HeT NPosBReHNit dOoKANbHO-CErMEHTAPHOTO CKEpPO3a M K1eTou-
HOM TUNEPLENNIONAPHOCTM, HET MONYNYHUI M SBNEHWH aaresuu.
B unTonnasme HeKoTOpbIX KNETOK KAHAMbLEBOTO 3MUTENus on-
penensioTca ABHble NPU3HAKM Bakyonusaumu. ApTepun u apre-
pUONbl He M3MEHEHHI.

Snektponnas mikpockoms (puc. 2, puc. 3):

YnbTpacTpykTypHOE HUCClefoBaHne BHNONHeHO B GuonTare
us 7 knyboukos. Bo Bcex knyboukax oTMeuaioTcsl sHauYMTeNbHbIE
usmeHenus. [nomepynspHas 6asanbHas MeMbpaHa YpesBbyaii-
HO HeopHopoaHa. B Hell HabniogaeTca YepenoBaHe oueHb TOH-
KMX y4acTkoB WwmprHol fo 50 HM M oTpeskos ¢ npuuyanMBLIMAU
PACLIMPEHUSMM B CTOPOHY LMTOMIA3MB MOAOLMTOB LUMPUHON

Puc. 1. CBeTOBast MUKPOCKOIIHS — I'€MATOKCH/IMH-303UH.
X250

Puc. 2. DJIeKTpOHHAsA MUKPOCKOIIHA. X15 000. HepoBHBIM
KOHTYP INIOMePY/BIPHO 6a3aIbHOM MeMOpPaHEbI — GeJIbie
crpenkn. IuddysHoe CIHIHHE MATBIX OTPOCTKOB
TIOJIOIIUTOB — YE€PHEIE CTPEJIKH
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Puc. 3. 9nexrpoHHag MUKpockonud. x12 000. Heopunakosasg
IIHPHHA ITIOMEPY/EIPHOH 6a3a/IbHOH MeMOpaHbI — OeJInie
crpesikd. g @ysHoe cIHAHHE MAJIDIX OTPOCTKOB
IIOIOLINTOB — UYEPHDIE CTPEIKH

Asp167Tyr
Ser - Ala - Asp - Phe - Gly
T ¢C A G C A G A C T T T G G C

control

patient

c.499G>T

Puc. 4. dnexrpodoperpamMmma, e MOHCTPHUPYIOMIAS

TOMO3HTOTHYIO HYKJIEOTH/THYIO 3aMEHY B 00pasiie
MAaIHEHTA 10 CPABHEHHIO C KOHTPOJIEM

no 200-250 wm. Lamina densa Ha Bcem MpoTsXeHMM MmeeT
NPEePHBUCTHI KOHTYP, CIOMCTOE CTPOEHUE M COCTOMT M3 OTAENb-
Hbix Gubpunn, He conpukacaowpmxcs mexay coboi. Hekotopuie
NPUYYANUBO PACLIMPEHHBIE YYACTKM MoMepynspHol 6asanbHoi
MeMBpPaHbl BHITMAAAT ABCOMIOTHO CBETIILIMU C OTCYTCTBUEM lami-
na densa. Otmedaetca anddysHoe pacnnasneHne Manbix oT-
pOCTKOB mogounTos. B npenaparte oTcyTcTByloT AENO3MTH MM-
MyHokomnnekcHoro tna. basanbHas MembpaHa kaHanbLes He
U3MeHeHa.

Mopdonoryeckuit AMArHos: BpoxaeHHaAs aHOManus rome-
pynapHoit 6a3anbHOM MeMBPaHL.

KommeHTapmu: BHIABIEHE 3HAUYMTENbHBIE YILTPACTPYKTYPHbIE
U3MeHeHHs rnomepynapHoi 6azanbHoli MembpaHsl, KoTopbie, Tem
He MeHee, He fBnatoTcs cneunduyHBIMM Ana Kakoro-nubo onpepne-
NIEHHOTO BPOXAEHHOTO CMHAPOMA.
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I'eneTngeckoe UCCIeTOBAaHUE

lenomnas JHK 6bina skctparnposaHa 13 nateH Kposw, Bhicy-
LWeHHbIX Ha GpunbTpoBanbHoil Bymare, ¢ ncnonbzosaHnem Habopa
pearentos QlAamp DNA Micro Kit (Qiagen, Hilden, Germany).
B cBasu c Tem, uto pogmuteny nauneHTa sensiotca GAUSKMMM POA-
CTBEHHMKOMM, Mpexpe BCero 6bia NPOBEpeHd rOMO3UIOTHOCTL
nokyca LAMBZ wa xpomocome 3p21 nytem reHoTUNUpPOBAHMS
MMKpOCATeNnMToB 3Toit obnactu. buino onpegenexo, 4to naument
asnaerca romoaurotHeim 8 yuactke [JHK, cocroswem, no kpariveit
mepe, 3 20 Mb, sriouaa LAMBZ-nokyc. Mocne storo sce koau-
pytowpe 3k3oHs LAMBZ-reHa, Briouas obnacTi 3K30H-MHTPOH-
HbIX COEAMHEHMI, BbINM UCCIIEOBAHB C MOMOLLBIO MPAMOTO CeKBe-
HUpoBaHMs. Y pebeHka Ghina BHSBNEHO TOMO3MIOTHAA TOYKOBOSA
mytaums c.499G>T & 5-m sksone LAMBZ2-rena (puc. 4). Ita myta-
una BuisbiBaeT usmereHne D167Y B monekyne P,-nammunnHa (sa-
meHa 167/t amMHHOKMCIIOTH — acnapariHa Ha TuposuH) (puc. 4),
koTopoe nokan1zosaHo B VI fomeHe, BUAOLLEM HO NOIMMEPH3A-
unio namurmnna [7]. Ta ke Mytaums B reteposurotHoil dopme
6hINIa BHISBNEHA Y MATEPHM MALUEHTA.

Oxcrparnposantas [JJHK pebenka 6una Takke ncnonbso-
BOAHO 1S NPOBEAEHMS NPSAMOTO CEKBEHUPOBAHMS BCEX IK3OHOB
M YYOACTKOB 3K30H-UHTPOHHLIX coeanHenmit rena NPHS2 w 8 u
9 sk3oHoB reHa WT/. B atux reHax mytaumit He 6bino obHapy-
KeHO.

Jleuenue u HAOIIOAEHHE

[TanpenTy ObUIA HA3HAYEHA 3AMECTUTEIBHAS TEPAUS
uH@ysuamu 20% anpbOyMuHa B 03¢ 1 rpamm anbOyMUHA
HA KIJIOTPAMM MACChI T€JIA BHYTPUBEHHO YEPE3 JECHb.
C aHTUIPOTEUHYPUUECKOU LENbI0 OOJIBHOU MOIyYal
BHYTPb KAIITONIPHJI B 103¢ 0,3 MI'/KI' B CYTKHU B 3 IpUEcMa
u nagomeraunn 0,8 MI/KT B CyTKU B 2 npucMa. B teue-
Hue nocaeayomux 10 gHeit Obul OJyUEH NONOKATEb-
HbI 3(PQEKT B BU/IE CHUKEHUS CYTOUHOM IPOTEUHYPUU
110 400-600 Mr B CYTKH, YMEHBIICHHS U OCTENIEHHOTO
KYIIMPOBAHUS OTEYHOI'O CUHAPOMA. BHYTPUBEHHbIE UH-
(pysun anbOyMUHA OBUIM HOJHOCTBIO OTMEHEHBI UEPE3
2 Hepenn. B ozpacre 11 mecsnes (mocneansas aska s ['Y3
OJIKB) y peGeHKa OTCYTCTBOBAIM OTEKU, MACCA TENA
9400 rpamM, pocT 72 cM. OH IPOAOJZKAI HOIYyYaTh Te-
PAIHIO KAIITOIPHWIOM U UHJOMETALIMHOM U HE UMEJ Ka-
KUX-THOO BUJUMBIX TOOOUHBIX 3(P(PEKTOB OT JAHHOTO
JeueHusL. JI03bl STUX HPENAPATOB KOPPUTHPOBAIUCH CO-
OTBETCTBEHHO YBEIIMUNBAIOIIEHCA MACCE TAIUEHTA. YPO-
BE€Hb MOUEBUHBI CBIBOPOTKU ObLI 3,1 MMOJIb/JI, KPEATU-
HUHA 42 MKMOJIb/J. OO1ui1 60K CBIBOPOTKU 51 1/1,
MbOYMUH CBIBOPOTKH 20 T'/11, X0neCTepuH 6,3 MMOJIb/IL.
Coxpausutack porernypus ot 0,8 10 1,6 1/ u MUKpore-
Marypus g0 20 3puTpoUnTOB B 11OJC 3peHus. CyTouHas
npoterHypust 6612 0T 600 10 1100 M.

O6cy:xaeHue

BHC — 310 reteporennad rpymma 3a00J€BaHu, B OC-
HOBHOM I'€HETUUYECKON NTPUPOJLL BbIABICHUE NPUUUHBI
u MexaHn3Ma BHC y KOHKPETHOIO HAlIMEHTA ABJIAETCA
TPYAHOH 3aJaU€i, PEMIEHUE KOTOPOW TPEOYET TIATENb-
HOT'O AHA/IN32 KIMHUKO-TA00PATOPHBIX JAHHBIX, MOP(]O-
JIOTUYECKUX M3MEHEHUI TIOUEUHON TKAHH U JJAHHBIX I'e-
HETHUECKOTO UCCICAOBAHUA. Y HPEACTABICHHOIO HAMU
HALMEHTA JUArTHO3 CUHAPOMA [TMPCOHA OCHOBBIBAICS HA
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xomOuHanmy BHC ¢ HecnennpuueCKUMU BPOXKICHHbI-
MU U3MEHEHUSAMU OPTaHA 3PEHUS, BBIIBJICHUU CTPYKTYP-
HO¥M AHOMAQJIUU TTIOMEPYJISPHON OA3IbHON MEMOPAHBI
IPU JIEKTPOHHON MUKPOCKOIMH IIOUEYHOTO OHONTATA
U PE3YJIbTATAX TEHETHUECKOIO TECTUPOBAHUSL. CHHAPOM
[TupcoHa ObIT OIMCAH KAK JETAJIbHAS IATOJIOTUS BCIIE]-
CTBUE PAHHETO HAUAJIA IIOUEYHON HEJOCTATOUHOCTH,
IPUYEM MUKPOKOPHUS SBJISUIACH HOUTH HATOTHOMOHUY-
HBIM KJIMHUYECKUM CUMIITOMOM. OIHAKO HEJABHO ObLIN
OIyOJIMKOBAHBI JIBE PA0OTBL, B KOTOPBIX OTMEUAIACH BO3-
MOXHA51 BAPUAOENBHOCTD IMIA3HBIX AHOMAJIMH U, B Ps/Ie
CJIy4aeB, UX OTCYTCTBUC [2, 4]. COBEPIICHHO OUYEBUIHO,
YTO K HACTOSIEMY MOMEHTY MBI HE 3HAEM IIOJIHOT'O CIIEK-
TPa KIMHUUECKUX MAHU(DECTALUH U MOP(OJIOrHUECKUX
nposiBineHun LAMB2-acCONUUPOBAHHBIX 3200/I€BAHUIL.
Haie HaO/moieHUE NPEACTABISAET JOBOBHO «MSTKUIT» BA-
puant cuggpoma [lupcona ¢ OTCYTCTBUEM TUIAUHOU
MHUKDPOKOPHUU. Y HAIIETO MAUEHTA HAUOOJIee SIDKUM U3-
MEHEHUEM OPTaHa 3PEHUS ABJISIETCS BPOAKICHH A MUOIIUS
BBICOKOM CTeneHU. ONMUCAHUE TTOJ0OHOTO CIydyas ObLIO
HEJJABHO ONYOJIMKOBAHO [9]. B CBA3U € 3TUM MBI CUATAEM,
yT0o coueTanue BHC ¢ mo0Ooi r1mazHoi aHoManuen (He
TONBKO MUKPOKOPHEN) 3ACTABIIAET AYMATh O CHHJPOME
[Tnupcona. MOXKHO BBICKA3aTh IPETIONOAKEHUE O TOM, UTO
OTHOCHUTEJIBHO JIETKOE TEUEHHE CUH/POMA Y HAILETO 11~
LUEHTA OOYCJIOBJIEHO TOUKOBOY missence LAMB2-myTany-
€l, KOTOpas, 110 BCEX BEPOSTHOCTH, HE IIPUBOJUT K HOJI-
HOM norepe (PyHKUUU B,-TAMUHUHA U KK CIEICTBUE —
Oosee aerkomy (peHoTuIty. P ncciejoBaTesiei paHee Ha-
OJIIO/IAIA HECKOJIBKO NOIOOHBIX KIMHUUECKUX CIyIACB
IPHU JPYIUX MYTALMAX ITOIO rena [2, 4]. Myranus, Bbias-
JIEHHAS Y HAIIETO MALUEHTA, BUAUMO, OIPEAEIIeT U O1a-
TONPUATHBIA (PQEKT OT TEPAIMH OTHOCUTETBHO HU3KH-
MM I03aAMU KAITOIPUJIA M THAOMETAMHA. Ha Ham B3rysy,
cuHapoM [lupcona gBisteTcs BaXHON Aud pepeHIan-
HO-IMATHOCTHYCCKON Kareropuen v aere ¢ BHC. 9to
3a00/IEBAHUE OCTAETCS HEJOCTATOUHO U3YUEHHBIM K Ha-
CTOAIIEMY MOMEHTY, HECMOTPS HA TO, UTO ObLIO OIMUCAHO
emie B 1963 1. [0]. [Tocse 2004 1., Koryja GbLT1a OCYIIECTBIIC-
HA OKOHYATEIbHAS MOJIEKYJISIPHAS WIEHTA(DUKALINAS 3TO-
IO CHH/JPOMA, OTMEUAETCS JPAMATHUECKOE YBEIUUCHUE
YKCJIA TALUEHTOB, Y KOTOPBIX JUATHOCTUPYETCS JAHHAS
naronorus [2,4, 8-10, 12, 13]. Bce 3T0 MO3BOJAET BHICKA-
3aTb PETIONOKEHUE O TOM, UTO B IPOLLIOM OTMEUAIACH
HEJOCTATOUHASI JMATHOCTUKA CUHApOoMA. McTnHHAS vac-
TOTA 3TOrO COCTOSIHUS HEU3BECTHA U CEMYAC, HO BIOJIHE
BCPOATHO, YTO CUHAPOM [IMpCoHA ABIACTCA YCTBEPTON
Hau0oJIee pacnpocTpaHeHHon npuunHon BHC nocne
HEPPOTUUECKOTO CUH/IPOMA (PUHCKOTO TUIA (BBI3BAHHO-
1o ie(pekToM He(PprHA), AyTOCOMHO-PELECCUBHOIO CTE-
POH/I-PE3UCTEHTHOIO HE(PPOTHUECKOTO CUHAPOMA (BbI3-
BAHHOTI'O JIE(PEKTOM NOJOIMHA) U CUHApPOoMa JleHuca—
Jpama (myrauusa W1'1). B nacrosiee Bpems FeHeTHIEC-

Habniogerus ns npaktuku

Koe uccnefopanue LAMB2 OCTaeTCst MATOAOCTYITHBIM, YTO
3HAUUTEJIBHO OIPAHUUUBAET BOZMOKHOCTH €O UCHOJIb-
30BaHMS. TeM HE MEHEE MBI CUMTACM, UYTO B OJIMKAUIICM
OY/IYIIIEM 3TOT AHAJIU3 JIOJDKEH ObITh PEKOMEH/IOBAH B Ka-
YECTBE TECTA TIEPBOM JIMHUU BCEM ITAIIUEHTAM, Y KOTOPBIX
BHC coueTraercs ¢ maToaorueit Opraia 3peHusd, a Ipu
n30poBanHoM BHC — mociie uCKnoueHnsa MyTaunuy B
renax HPHS1, NPHS2 n WT'l.

ABTOPHI BEIPAIKAIOT INTYOOKYIO IPHU3HATEb-
HOCTH 32 moMomb Mop@oaory Aprypy Kosny (Ar-
thur Cohen, Cedars — Sinai Medical Center, Los Angeles,
USA), BBIIOJIHUBIIEMY OLIEHKY IIOUEYHBIX OMOIITATOB;
reaeTuky Mapruny 3enkepy (Martin Zenker, Institu-
te of Human Genetics, University of Erlangen-Nuremberg,
Erlangen, Germany), IPOBOAUBIIEMY MOJIEKYJIIPHOE UC-
cneposanue LAMB2, n reHeTuxky Kpucrodepy Bran-
rocy (Christopher Vlangos, Department of Pediatrics,
University of Michigan, Ann Arbor, USA), ocymiecTsissle-
MY MOJIEKYJIAPHBIHA aHamu3 NPHS2 u WT'1.
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