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Pesrome

BporxaenHas reHepasn3oBaHHAA AMITIOAUCTPO(HA — PEAKOe MeTaboAmdIecKoe 3a00AEBAHIE C AYTOCOMHO-
PeleCCMBHBIM TUIIOM HACAEAOBaHMA. 3200A€BaHNE XAPAKTEPU3YETCA CHIDKEHUEM KOAMYECTBA IIOAKOIKHOM
JKHPOBOM KACTYATKH M HEIIPABHABHEIM €€ IIEPEPACIIPEACACHUEM, A TAK)KE PA3BUTHEM PAAA META0OAU-
YECKHMX HAPYIIEHHIT: HHCYAMHOPE3HCTEHTHOCTH M CaXapHOro Amabera, sKUPOBOM AUCTPO(UH ITeUeH:
U TeNaTUTA, apTepHaAbHON runepreHsun. OAHNMM M3 KAMHIMYECKUX IPOABACHUN 3200A€BaHUA ABAAETCA
IOpa’KEHHE ITOYEK C PASBUTHEM IIPOTEHHYPHUH PA3AMYHOMN CTENeHN BeIpakeHHOCTH. [Tpu aToM marodpusu-
OAOTHYECKHE MEXAHU3MBI ITOBPEXKAEHHA II0YEK AO HACTOAIIETO BPEMEHN OKOHYATEALHO HE YCTAHOBACHBI.
LleApro mCCAEAOBAHNA ABHAOCH IIPOBEACHHE KAMHIKO-MOP(OAOTHYECKOT0 AHAAU3A CAYIAsA AUATHOCTUKH
nopaykeHusA nouek npu cuaapome bepapannessn-Ceiina y sxeHmmHbI 32 AT C peAKOIl MyTanueii B rere-
posuroraom Bapuanre (L212L) B rene AGPAT2, conpoBoskaarorieiicsa HykaeoTuaHoi 3ameroi C.636C>T.
M crnoAb30BaANCH AAHHBIE HCTOPUH GOAC3HHU, PE3YABTATHI IPYIKU3HEHHBIX AA00PATOPHO-MHCTPYMEHTAAD-
HBIX MCCACAOBAHMI, KAYeCTBEHHBIE U KOAMYECTBEHHBIE MOP(DOAOTHUECKIE UCCACAOBAHHA He(poOuoII-
TaTOB. B CTaThe M3A0KE€HBI KAMHUYECKHE NPU3HAKH, PE3YABTATHI MOP(OAOIHUYECKOTO MCCACAOBAHMA
HAa CBETOOIITHYECKOM M IACKTPOHHO-MUKPOCKOIIMYECKOM YPOBHAX, IIOKA3aHBI 0COOEHHOCTH IePeCTPOIKH
TKAHEBBIX JAEMEHTOB ITOUYEUYHBIX KAyOOUKOB. OCHOBHBIMU KAMHHYECKHMU IIPOABACHUAMU ITOPASKEHHUA
TIOYEK ABAAAVCH IOBBIIIIEHIE APTEPHUAABHOTO AABACHHSA, IIPOIPECCUPYIOIINE OTEKHU AUIIA, HIDKHUX KOHEY-
HOCTe¥, 06AaCTH IOACHUIIBI, COIIPOBOXKAABIINECA KAPTHHOM Pa3BePHYTOro He()pOTUIECKOTO CHHAPOMA
¥ HAPyIIEHHEM a30T-BBIACAUTEABHON (pyHKImH rmodek. IIpu mopdosornueckom nccaepoBannm He 06-
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HAPY>KE€HO T'MCTOAOTHYECKUX U YABTPACTPYKTYPHBIX IIPU3HAKOB AMA0€THYECKOW MUKPOAHTMOTIATHH HAK
HedponaTi. OnpeAeAaAnCcs KpyITHbIE KAyOOUKI AOABYATOTO BHIAA C yMEPEHHBIM PACIIMPEHNEM ME3AHI T,
CETMEHTAPHBIM YTOAIEHUEM KAIIMAAAPHBIX II€TEAD, YIACTKAMH AYOAMKAIINN TAOMEPYAAPHBIX 0A3aABHBIX
MeMOpaH, C OTAOXKEHHEM XaPAKTEPHBIX NMMYHHBIX KOMIIAEKCOB II0 XOAY TAOMEPYAAPHBIX 0a3aABHBIX
MeMOpaH, TapaMe3aHIMAABHO M ME3aHTHAABHO, IIPEACTABACHHBIX IIpeumymecTBeHHO C3c-pparmenTom
KOMITA€MEHTA, B BUAE TMIIEPIIAOTHBIX OCMHO(PUABHBIX ACHTOBUAHBIX H THPAAHAOIIOAOOHBIX CTPYKTYP, YTO
B COBOKYITHOCTH IT03BOAMAO KAACCH(PUITIPOBATH NopakeHHe rmodek kKak C3 raomepyasomaruro. ITpearo-
Aaraercs, 9T0o pa3HooOpasubie Myranuu B reHe AGPAT2 moryT oka3sIBaTh BAUAHUE HA [IOPAXKEHUE ITOYEK
npu cuaApome bepapanneasn-Cetina u 00ycA0BAHBATE 00OABIIIEE KAMHUYECKOE Pa3HOOOpasue, 4eM CUu-
TAAOCh PaHEe, B YaCTHOCTU BO3MOXKHOCTE (popmuposanusa C3 raomepysomarum.

Karouesvie caosa: sposcderrian cenepanusosaras aunoducmpogpus, curopom bepapounesan-Ceina, C3 eaomepyronamus,
aekmponan muxpockonus, AGPAT2

Abstract

Congenital generalized lipodystrophy is a rare metabolic disease with autosomal recessive inheritance. It
is characterized by a reduction of subcutaneous adipose tissue, ectopic lipid deposition, and the development
of a number of metabolic disorders including insulin resistance diabetes mellitus, fatty liver degeneration
and hepatitis, and arterial hypertension. One of clinical manifestation of the disease is kidney damage
often leading to proteinuria of varying severity. However, the pathophysiological mechanisms underlying
kidney damage in this condition are not yet fully understood. The aim of the study was to perform a
clinical and morphological analysis of renal complications in a 32-year-old woman with Berardinelli-Seip
syndrome and a rare heterozygous mutation in the AGPAT2 gene, a nucleotide substitution C.636C>T
(L212L). This case report incorporated data from patient’s the medical history, intravital laboratory and
instrumental studies, and both qualitative and quantitative morphological analysis of a nephrobiopsy
sample. Clinical signs and morphological finding at light-optical and electron microscopic levels are
presented, highlighting the reorganization of glomeruli tissue elements. The main clinical manifestations
of kidney damage in this patient included arterial hypertension, progressive facial edema, swelling of the
lower extremities and lumbar region, advanced nephrotic syndrome, and impaired nitrogen-excretory
kidney function. Morphological examination did not reveal histological or ultrastructural signs of diabetic
microangiopathy or nephropathy. Instead, findings included large glomeruli with a lobular configuration
of the glomerular tuft, moderate mesangial expansion, segmental thickening of the capillary loop, and
duplication of the glomerular basal membrane. There was deposition of immune complexes, primarily of
the C3c complement fragment, along the capillary wall and in the paramesangial and mesangial regions,
forming hyperdense osmiophilic ribbon-like and garland structures. These findings led to the classification
of renal damage as C3 glomerulopathy. The study suggests that various mutations in the AGPAT2 gene
may influence renal complications in Berardinelli-Seip syndrome, potentially contributing to a broader
clinical spectrum, including the possibility of developing C3 glomerulopathy.

Keywords: congenital generalized lipodystrophy, Berardinelli-Seip syndrome, C3 glomernlopathy, electron microscopy, AGPAT2

Beeaenue

Cunppom bepapamreaan-Cetira (BposKAeHHAS TeHe-
PAAM3OBAHHAA AHIIOANCTPOMDHSA, AHIIOATPOMIIECKIIT
Amaber AoypeHca) — peAKOe THKEAOE METAOOANYECKOE
3200A€BAHME, CBA3AHHOE C HAPYIIECHNEM aAUIIOTeHE3
Ha Pa3sANYHBIX YPOBHAX [1]. OAHO U3 IEPBBIX OIIMCAHII
AQHHOI ITATOAOTHHN OBIAO AAHO OPA3HABCKIM 3HAOKPH-
noaorom W. Berardinelli B 1954 r., HabAaroAaBImm AByx
ITAITHEHTOB C BPOKACHHON I'€HEPAAN30BAHHOH AHIIO-
AHCTPOUET, C ITOCAEAYVIOIITIM IIOATBEPKACHIEM H AO-
ITOAHEHHEM KAMHIYECKOH KAPTHHBI HOPBEKCKIM TICAH-
arpom M. Seip B 1959 1. 2, 3]. 3aboaeBanne HacAeAyeTCs
ayTOCOMHO-PEIIECCUBHO, TEHETUYECKH TETEPOTEHHO
u B 95% caydaeB 0OyCAOBACHO MyTALIMAMH B T€HAX
AGPAT?2 n BSCL2 [4]. PaciipocrpanennocTs B Mupe
IO AQHHBIM AnTepatypsl coctasager ot 1:10000 000
B Ceseproit Amepuxke [5] Ao 1:25000 B mekoTOpEIX 110-

HOYAAITHAX C TPAAUIIMOHHBIME OAU3KOPOACTBCHHEIMI
Opakamu [6]. VIMeroTcs cBEACHHA O BO3MOKHOM IHIIOAU-
arHOCTHKE AMIIOAHCTPOHI, 00YCAOBAEHHOI HECITEII-
1PUIHOCTHIO CUMIITOMOB U OTCYTCTBHEM CUCTEMHOIO
TeHETHIECKOTO CKpUHHHTA [7]. My/KUUHBI U KEHITIIHEI
6oaeror ¢ oanHakoBoit yactoroii (1:1) [1]. Kannmdeckn
3200AEBAHHE IIPOABAACTCA CPA3y IIOCAE POKACHIA AU
B PAHHEM ACTCKOM BO3pacTe. THITMYIHBIMI TPU3HAKAMEI
ABAAIOTCA OTCYTCTBUE IIOAKOKHOM KHPOBOI KACTIATKH,
BBIPAKEHHAA PEABEPHOCTD CKEACTHBIX MBIIIIII, BUCIIEPO-
METaANsA, THIIEPUHCYARHEMHSA U THIIEpAUTIIAeMHUSA [8].
B moapocTtkoBOM BO3pacTe, Kak IPaBHAO, MAHH(DECTH-
pyer caxapHbIii AnaOeT, MOIYT IOABAATHCA AKPOMETa-
AOHAHBIE 4epTL, acanthosis nigricans. AAsf IAIHEHTOB
KEHCKOTI'O TI0AQ XapaKTEPHO IIPOSABACHIE IHIIEPAHAPO-
IeHNN — HAPYIIEHHE MEHCTPYAABHOTO ITHKAQ, TUPCY-
TH3M, Pa3BUTHE CHHAPOMA ITOAUKHCTO3HBIX AHYHHKOB
[9]. Pasurne cunapoma bepapanreaan-Ceiia gacto
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COIIPOBOKAACTCS ITOPAKECHNEM ITOUEK C PA3BUTHEM KAH-
HHYECKOH KAPTHHBI AMAOETHYECKOH HePOIATUH AN
IAOMEPYAOHE(DPHTA C NCXOAOM B XPOHHUYECKYFO ITOUEY-
HYIO HEAOCTaTOUHOCTE. [Ipr aTOM marodusnosornde-
CKIE MEXaHU3MBI IIOBPEKACHHUA IIOYEK AO HACTOAIIIETO
BPEMEHH OKOHYATEABHO He ycTaHOBAEHHI [10].

B cBA3m ¢ peAKOH BCTPEUaEMOCTBIO BPOKACHHON
IeHEPAAN3OBAHHON AHIIOAUCTPO(UH B MUPE OITNCAHO
110 pasubiM AaaHbM 0T 500 Ao 1000 manmenTos ¢ AaH-
Hoit maroaorneii [11, 12]. B oreuecrsennoit auteparype
IIYOAHMKAITIHT O CAYYAAX AHATHOCTHKH CHHApoMa bepap-
AnHeAAn-Cefirma BCTpedIaroTcs KpaiHe PEAKO, pabOTH!
C OIIMCAHUEM PE3YABTATOB KAMHHKO-MOpdoAormde-
CKOTO COIOCTABACHHA Ha OCHOBAHHH MOP(OAOTHHIE-
CKOTO I YABTPACTPYKTYPHOIO NCCAEAOBAHUA OHOIICHIH-
HOTO MaTepHaAa TIOUKN HAMH He OOHapyxeHEL [ loaTomy
MBI COYAH BO3MOKHBIM ITPEACTABHTH COOCTBEHHBIH
OITBIT HADAFOACHHSA MOPAKEHHA TIOYEK ITPU CHHAPOME
bepapanreasn-Ceiirra y mareHTku ¢ pEAKOI MyTaIIHeH
rema AGPAT?2.

Kanangeckoe HabArOACHHTE

[Maument — xenmmua, 32 roaa. V3 amamuesa us-
BECTHO, ITO B PAHHEM ACTCTBE PA3BUTHE COOTBETCTBO-
BaAo Bo3pacty. CeMeHHBIN aHAMHE3 OTATOLICH IO Ca-
xapHOMy Anabery 2 Tuia (y OabyIIKH O CTOPOHBI OTIIA).
3a MEAMIIMHCKOM ITOMOIIBIO OOPATHAACh B BO3PACTE
14 Aer 110 TOBOAY HAPYIIEHNA MEHCTPYAABHOIO IIHKAQ
(orcyrcTBHE MEHCTpyanuii mocae MeHapxe B 14 aer).
[Ipu 0OCACAOBAHHE BEIBACH IIOAUKICTO3 SHYHUKOB,
CHHAPOM THIIEPAHAPOTCHUH, CHHAPOM HHCYAHHOpE-
3UCTEHTHOCTH, TAUKeMHA 5,7-7,8 MMOAB/A. YCTaHOB-
ACH AMATHO3 CAXapHbIH AHaOeT 2 THIIA U HA3HAYCHA
COOTBETCTBYIOIIAS Teparus (IIPHHUMAAA METDOPMIH,
raubeHkAaMuA). B Tedenne caeayromux 5 aer pery-
AAPHO HAOAIOAAAACH ¥ 9HAOKPHHOAOTA, IIPOXOANAR
CTAIIMOHAPHOE ACYEHHE B 3HAOKPHHOAOIMYECKOM
OTACACHHUH. 34 3TOT IEPUOA OTMEYAETCA IIOABACHIE
IIPU3HAKOB MACKYAHMHH3AIUH, ITIPCyTU3M, acanthosis
nigricans B 0OAACTU IIOAMBIIICYHBIX BIIAANH, AOKTCBBIX
CcruOOoB, ITAXOBBIX 00AACTEI; KCAHTOM AOKTEH M KOACH;
HEPABHOMEPHOE PACHPEACACHUE ITOAKOKHOH KHPOBOI
KACTYATKU C AHIIOAUCTpOduell B 00AACTH rOACHEH,
OeAep, ATOAUIL, JKHBOTA U IIPEAIACHHI, runeprpodus
MBIIIIIT KOHEYHOCTeH. B Bospacre 19 aer, B cBA3u ¢ pas-
BUBIIICHICA ALICTOHYPHEH, IIEPEBEACHA HA 3aMECTUTEAD-
HYIO HHCYAHHOTEPAIHIO. AAl YTOYHEHUSA AHATHO32
U 110AOOpA TEPAIIHH HAIIPABACHA B Y HUBEPCUTETCKYIO
kamHngeckyro 0oapuuiy Ne2 ITMI'MY mm. M1.M. Ce-
genosa (1. Mocksa). VcraHoBAeH anarao3 «CaxapHsli
Amaber 2 tuma. Hedpomatns Ha craann npoTenHypu,
XBIT 1 cr. I'erepasnsoBannas aumoanctpodus (CHH-
Apom bepapauneaan-Ceiina?). Bropuanas amenopes.
Ancaurmaemus. ZKuposoit remaros. CriaeHOMeraAus.
Acanthosis nigricans. ['mpcyrusm.

B pesyapTate MOAEKYAAPHO-TEHETHIECCKOTO HCCAC-
AOBAHHSA 00PA3IIOB ODHMOAOTHYECKOTO MaTepraAa Ia-
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tO.I. Mo, O.I. Xryr, TH. 3areesa u coaer.

LUCHTKH METOAOM IIAPAAACABHOTO CEKBEHHPOBAHHSA
C UCroAb3oBanneM manean custom Ampliseq IR_LD
B reae AGPAT2 (MIM#:603100, pedepercras mocae-
sosateAabHOCTE NM_006412) BRIABACH reTepO3UTOTHBII
sapuanT L2121 (NM_001012727.2:C.636C>T), maro-
reaHocTh HensectHA (rs200288462), a raxke rereposu-
TOTHBII BAPHAHT B MHTPOHE TOTO e reHa (rs41314461),
YTO IMOATBEPAHAO KAMHIYICCKII AHATHO3 cHHApoMa be-
papauneasn-Ceia.

B Bozpacre 32 aer ¢ xarobamu Ha TOAOBHEIE DOAH,
nossirenne AA Ao 160/100 mu pr.cr., mporpeccupyro-
IITFIE OTEKN AMITA, HIDKHIX KOHCIHOCTCH, YMCHBIIICHIC
KOAHYECTBA MOYH TOCIUTAAUZHPOBAHA B HehpOAOIHU-
YECKOE OTACACHHE AATAFCKOH KPAaeBOH KAMHUYIECKON
6oApHuIEL. OOBEKTHBHO: COCTOSHUE YAOBAETBOPU-
TeAapHOE, pocT 165 cm, Bec 52 kr, IMT 19,1 kr/m2.
Koxnupie mokpossl OaeAHbIe. OTEKN PacIpoCTpaHeH-
HOTO XapaKkTepa — Ha AHUIIE, HA HIKHUX KOHCYHOCTAX
A0 Oeaep, B obaactu moscanisl. YA 18 B mun. Apixa-
HHE BE3UKYAAPHOE, OCAADACHHOE B HI/KHE-0a3aABHBIX
otAeAax. TOHBI cepALIa 3BYYHEIC, PHTM IIPABHABHBIMH.
YCC 92 B mun. AA 160/100 mm pr.cr. ZKusor msrkuii,
OIIPEACAACTCSA CBOOOAHAS KUAKOCTD B OPIOIIHOI IT0-
aoctn. [lewens BricTymaer Ha 2-3 cM OT Kpas pebepHOI
AYTH, ITAABITHpYeTCA Kpail ceaesenkn. ObaacTp mpo-
EKIIUU IIOYCK BHEIIHE HE M3MEHEHA, ITAABITAITHS Oe3-
OOAE3HEHHA, CUMIITOM IIOKOAAYHBAHNA OTPUIATEAD-
HbIi. Mouenciyckanue peAkoe, MaABIMHU ITOPITHAMH,
BOAHBIII OaAaHc oTpunareAbHBH. [Ipu aaboparoprOM
00CAECAOBAHIH BBIABACHBI KAPTHHA Pa3BEPHYTOrO He-
ppoTHIECKOro CHHAPOMA, CHIDKCHEE (DYHKIIIH ITOYCK:
nporeunypus 8,07 r/cyr, obrmnit Geaok — 43,83 1/a,
anpOymus — 16,4 r/A; kpearuams — 161,6 Mxm/ A, MOue-
BuHa — 15,29 MMOAB/ A; BIIEPBBIC BBIABACHHASA ITHTOIIC-
HUSA: TeMOTAOOHH — 89 /A, AeliKommTsl — 3,2 THIC/ MKA,
TpoMOOIUTEL — 77 THIC/MKA. B Ocaake moun 3PUTPO-
nuTe 6-8 B ITOAE 3peHHsA, ypaTHl. I AMKHpOBAHHBIN re-
moraobus 5,6%, yposenb raukemun 3,3-6,8 MMOAB/ A.
Cepoaorudeckoe HCCACAOBAHUE BBIBHAO AHTHTCAA
k aycrmpansuoit AHK B turpe 200,0 ME/mA; -
MyHOOAOTOM AHTHHYKACAPHEIC AHTHTCAA HE OOHAPY-
KeHBL. AHTHTEAA K IIPOTEHHA3E K MHCAOIIEPOKCHAA3E —
B 1peacAax pedepeHcHbix sHadeHni. C3 KoMIOHeHT
kommaementa 0,46 r/a (0,83-1,93), C4 komnonenT kom-
naemenra 0,06 r/a (0,15-0,57), IgA — Goaee 4,20 mr/a
(0,8-4,0), 1gG — 8,44 mr/a (5,3-16,5), IgM — 2,57 mr/a
(0,5-2,0). BoauaHO9HBIH aHTHKOATYAAHT, AHTHTEAQ
K KAPAHOAUIIAHY, O€Ta2-TAUKOIIPOTEHHY HE BBISBACHBL.
MCKT oprazos OpromHoi II0AOCTH, 3a0PIOIINHHOIO
IIPOCTPAHCTBA BEIABUAO YBEAHUYCHHE IIEUCHU U CEAC-
3CHKI, YBEAHYICHUE Pa3MEPOB IOUeK ¢ Aunddy3HBIMU
M3MCHCHIAMU IAPEHXUMBL AAfl yTOYHEHUSA XapaKkTepa
HOPAKEHNSA IIOYEK, OIIPEACACHUA ACUEOHON TAKTUKI
BBIIIOAHCHA ITYHKIIHOHHAS OHOIICHS ITOYKHL

[Ipu rECTOAOrMYECKOM HCCACAOBAHIN OOpAIaAn
Ha ceOs BHUMAHNC KPYIIHBIC KAYOOYKH AOABYATOTO
BHAR, B 17% ra06aABHO CKAECPO3HPOBAHHBIE, HAOAIO-
AQAUICh YMEPEHHBIE ABACHUA HHTPAKAITHAAAPHOI IUITEP-
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Puc. 1. KanunnsapHbiii Knybouek A0bYaToro Baa C yMepPeHHbIM
paclumpeHnem mesaHrua. CermeHTapHoe yTonLleHne
KanunasapHbIX neTenb, y4acTku gybnukaumm Fl6M.
MmnperHauua cepebpom no [koHcy. x400.

Fig. 1. Lobular configuration of the glomerular tuft with moderate
mesangial expansion. Segmental thickening of the capillary loop with
GBM duplication. Jone's silver impregnation. x400.

kAeTouHocTa. ['Aomepyasipabie Oa3aAbHBIE MEMOPAHDI
(I'bM) BU3yaABHO HEPABHOMEPHO 3HAYHTEABHO YTOA-
IEHBI C YYaCTKAMH PACIIEIIACHHUA M CKAAAYATOCTH
(puc. 1).

TybOyaspuas arpodusa aocrurasa 20%, zadbaroaa-
AOCH HAPYITIEHHE IIETOYHOTO OKAMMACHHSA, YIIAOIIECHIE
SIUTEAUS, BAKYOAU3ALMS IIUTOIAA3MBL 1yOyAfpHbIE
6azarpubie MemOpanbl (TBM) Orian HepaBHOMEpPHO
JTOAIIEHBI C OTAOKEHHEM OBOMAHBIX M ACHTOBHAHBIX
oxcuduabHbX Macc. HabAroaaancs ymepeHHBIE CKAC-
POTHYCCKHE M3MCHCHUA MHTHMEI APTEPUIL; ABACHHI
AMAOETHYIECKONH MUKPOAHTHOIIATHN CO CTPYKTYPHOI
IIEPECTPOMKOHN apTEPHOA, IAEMEHTOB MUKPOIIHPKYAf-
TOPHOTO PyCAA HE OOHAPYAKEHO.

[Tpu mMMYHO(AIOOPECIIEHTHOM HMCCAEAOBAHUHI
B KAYOOYKAX ITO XOAY KAITHAASIPHBIX IIETEAD U ME3aH-
TUAABHO OIIPCACASIAACH BBIPAKECHHAS (+++) TAODAAD-
nast AudysHas IPaHYAAPHASL IKCIIPECCHA C AHTUTEAAMU
k C3c (puc. 2) n caabas (+) sxcrpeccus IgA, Clg, A
B wactu xarmaaspueix mereab 1o xoay I'BM, a rawke
110 X0Ay TBM OTA€ABHBIX IPYIIIT KAHAABIIEB HAOAIOAQ-
AOCh oTAOKeHHE (pparmerToB KoMAaemernTa C3c(+++),
Clq(+) B BUAE THPASHA.

[Ipn 5AEKTPOHHO-MHKPOCKOIIIYECKOM HCCAEAOBA-
HUH HAOAFOAQAACH CTEPTAsA, C YIACTKAME CKAAAYATOCTH
nepasHOMepHO yroareHHad A0 800-2100 mv I'BM c sB-
AEHHAMU MHTEPIIO3UIINN OTPOCTKOB ME3AHTHOIINTOB
PA3AHYHON CTEIeHU 3aBepIIeHHOCTH. OIPEACAAANCH
MHOTOYHCACHHBIE OTAOKEHHA IACKTPOHHOIIAOTHBIX
ACTIO3UTOB BEICOKOH M OYEHb BBHICOKON 3AEKTPOHHOM
IIAOTHOCTH ¢ (POPMUPOBAHNIEM ACHTOBUAHBIX U IHp-
ASHAOIIOAOOHBIX OOpasosauuil B I'bM u mesamrun
(puc. 3). HabAroaaAOCh TIOBPEKAEHHIE TIOAOITHTOB, ITPO-
TKeHHbIe yaacTku oroaerus ['bM, MHOrouncaenuble

Puc. 2. Mo xoay 'BM Bblpa)keHHOe fiMHenHoe
1 rmpnaHaonofo6Hoe otnoxeHne aenosutos C3c.
B Me3aHrranbHbIX 30Hax Kinybouka BbipaxeHHas sKkcnpeccus C3c.
MMMyHornctoxrmmnyeckoe okpatumsaHme. x400.

Fig. 2. Prominent linear and garland-like C3c deposits along the GBM.
Glomerulus has prominent bright granular deposits of C3c
in the mesangium. Immunohistochemical staining. x400.

AMIIIAHBIE BKAIOUEHHS B IIATOIIAA3ME ITOAOIIUTOB M Mé-
3aHIUOIIUTOB.

[To cOBOKYITHOCTH KAMHHIKO-AHAMHECTHICCKIX AAH-
HBIX, MOP(DOAOTHHYECKOTO HCCAEAOBAHMS, BKAFOUABIIIETO
PEAKIUI0 HMMYHO(DAIOOPECLICHIINI 1 9ACKTPOHHOMU-
KPOCKOITMYIECKOE HCCACAOBAHIE, OBIA YCTAHOBACH ANA-
ruo3 C3 raomepyAomaTum.

Puc. 3. JleHTOBMAHOE OTNOXEHUE MMNEPTIOTHBIX OCMUOPUIBHBIX
[1eno3nToB B roMepynsapHoi 6asanbHon membpaHe.
OneKTPOHOrpaMma, KOHTPaACTNPOBAHVE YPaHUI aLeTaTom
1 UMTpaTOM CBMHLE; Zeiss, Libra 120. x4000.

Fig. 3. Ribbon-like hyperdense osmiophilic deposits in the glomerular
basal membrane. TEM, uranyl acetate and lead citrate contrast;
Zeiss, Libra 120. x4000.
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OGcy>xaeHne

Cunapom bepapauneaan-Celiria — OAHH U3 Bapu-
AHTOB BPOKACHHON I'€HEPAAM3OBAHHON AHIIOAHCTPO-
un, poABAAETCA TeHEPAAM30BAHHBIM HCTOIICHUEM
HAH OTCYTCTBHEM ITOAKOKHOTO KHPOBOTO CAOf, HAKO-
IIACHHEM AUIIIAOB B APYTUIX OPraHaX U HAPYIIIEHUEM UX
pymxruii. [Tpuannoii passuris 3a00AeBaHMA ABAACTCA
HApyIIEeHNEe META0OAN3MA KUPOBOM TKAHU, CBA3AHHOE
C TEHETHYECKUMU MyTaruAMu. VcTorerme moAKO®KHO-
KHPOBOTO CAOf — KPYITHEMIIIETO KHPOBOTO ACIIO Opra-
HHU3Ma — BEACT HE TOABKO K HAPYIIIEHUIO B IIEAOM BCETO
AHITIAHOTO OOMCHA, HO TAKKE 3aTPAIUBACT OOMCH OEA-
KOB U JTACBOAOB. Y OOABHBIX HAOAFOAQETCA HAPYILICHIE
YCBOCHHUS AUIIUAOB, THIIEPAUIIIACMUSA, ITO OOBACHACT
IIOBBIIIICHUCE HAIPY3KH HA OPIAHEL, YIaCTBYIOIIIHE B Me-
TaDOAM3ME AHUIIHAOB: II€UCHB, IIOYKH, MHOKAPA C I10-
CACAYIOIIIIM HAPYIICHIEM UX (DYHKITHIA.

Hecmotps HA TO, ITO IIPH IeHEPAAU3IOBAHHON AH-
HOAHCTPOUH YaCTO ITOPAKAIOTCH ITOUKH, AO HACTOS-
ITIETO BPEMEHH OTCYTCTBYEOT CUCTEMHBIE HCCACAOBAHHA,
IIPOAHUBAIOIIHE CBET HA MATO(DH3HMOAOIHYECKIE MeXa-
HH3MBI IIOBPEKACHHUA OPraHa IIPH AAHHOMN ITATOAOTUH
[10]. B GoabImmHCTBE pabOT ABTOPEL OIUCHBAIOT Y TAKHIX
IAINEHTOB IPOTEHHYPHIO PA3AUYHOrO ypoBHA. Ja-
CTOTA Pa3BUTHA HEPPOTUIECKOTO CHHAPOMA, IIO AUTE-
PATYPHBIM AAHHBIM, MOKET 3HAYUTEABHO BAPBUPOBATH,
YTO CBA3BIBAIOT C BRIPAKEHHOCTHIO METAOOANIECKIX Ha-
PYIIIEHNIT, BO3PACTOM IAIIMEHTOB, COIYTCTBYFOIIIME
3a00AECBAHUAME, OOPA3OM KH3HH 1 OCOOECHHOCTAMH ITH-
mesoro noseaeHus [10, 13]. ITpu srom marorucrosoru-
YCCKH B TKAHAX ITOYKM YAIle HAOATOAAIOTCA H3MEHEHEA
110 Tr11y (POKAABHO-CETMEHTAPHOTO IAOMEPYAOCKAEPO32
u anabermdeckoil Hedppomarun [13].

OAHUM U3 BO3MOKHBIX OOBACHEHUN ITOPAKEHNA
[IOYEK IIPU AHIMOAUCTPOMHUN MOKET ABAATHCH AAH-
TEABHO TEKYIIHI M IIAOXO ITOAAAIOITUIICA KOHTPOAIO
CaxapHBI AHA0ET. DTO IMOATBEPKAAETCA PAAOM IIy-
OAMKAIIIH, B KOTOPHIX aBTOPBI OOHAPYKHBAAN THITHY-
HBIE AAfl AHAOETHYECKOH HedpPOIAaTHH OCOOEHHO-
cri: AuGY3HBIH B HOAYAAPHBINA TAOMEPYAOCKAEPO3
(c bopmupopannem y3aos Kummeascrusa-Buascona),
yroamenne ['BM u ropomuronaruio, aHOMaAHH Me-
3aHIIAABHOIO MATPHKCA, THAAMHO3 KAIIMAASPHOTO KAY-
OouKa, apTEPHOA, AMADETHYECKIE N3MEHEHNA COCYAOB
mouek 13, 14]. Oanaxo B OIIHCBIBACMOM HAMI HADAIOAC-
HUH Y IAIHCHTKH He OBIAO IIPU3HAKOB ANA0ETIIECKOM
MUKPOAHTHOIATHH U HMMEBIITHE MECTO YABTPACTPYK-
TypHbIC U3MEHEHHA IIOUYEIHBIX KAYOOUKOB HE YKAAABI-
BAAHCH B KAPTUHY AHAOETHYECKON HePOIATHH, 4TO
YKa3BIBACT HA APYTHE BO3MOKHBIE MEXAHU3MBI PA3BHTHA
IIOYEYHOTO HMOBPEKACHUA IIPH AHITOAUCTPODHHL.

ApyruM BEpOATHBIM MEXAHH3MOM ITOPaKEHHUA
IIOYCK IIPH AAHHOM 3a00AECBAHHUI ABAACTCA H30BITOY-
HOE 9KTOIIMYIECKOE OTAOKEHUE IIHUIIEBBIX 1/ HAN 3H-
AOTEHHO CHHTE3UPOBAHHBIX TPHIAUIICPUAOB H AWIIH-
AOB, OOYCAOBACHHOE ITOPAKEHUEM OCHOBHOIO ACIIO
AKHUPOB — TOAKOKHOM KupoBOH KAeTuatku [15]. He-
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AQBHO OITyOAMKOBAHHBIC NCCACAOBAHUA TIOKA3AAH, UTO
IIOBHIIIIEHHOE HAKOIIACHHE AMITMAOB TKAHAMH ITOYKU
MOZKET OOYCAOBAMBATD Pa3BUTHE IIOYEUHON AHCHYHK-
IIMH C PA3BUTHEM CKAEPOTHIECKHX HAH IPOATEpaTHB-
HeIx peakiuit [16]. ITposeaernOE yABTpacTpyKTypHOE
HCCAEAOBAHHE HE(DPOOMOIITATA BEIABUAO 3HAYHTEAD-
HOC HAKOIIACHHE AMIHUAHBIX BKAIOUECHHH B IEPBYIO
OYEPEAb B IIUTOITAA3ME IIOAOLIUTOB M ME3AHTHOIINTOB,
HOAOIIUTOIIATHIO M BEIPAKEHHYIO ME3aHTHAABHYIO pe-
AKITMIO C MHTEPIO3UIHEH OTPOCTKOB ME3AHTHOIINTOB
PA3AMYHON 32BEPIIEHHOCTH. DACKTPOHHO-ITAOTHBIE
AETIO3UTHl UMEAH YETKHE KOHTYPHI H OYECHD BBICOKYIO
OCMHO(MHUABHOCTD, UTO PAA HCCACAOBATEAEH CBA3BIBACT
¢ puKcaner B CTPYKType HMMMYHHBEIX KOMITACKCOB He-
HACBIIIIEHHBIX AUIonpoTenAos [17]. B cosoxymuocTn
C AAHHBIMH HMMYHOMOP(HOAOTHIECKOTO HCCACAOBA-
HUf, BEIIBUBIIIETO BEIpaKEHHYIO (+++) raobasbHyIO
A DY3HYIO TPAHYASPHYIO 9KCIIPECCUIO C AHTHTCAAMI
K C3c 110 XOAY KAITMAASPHEIX ITETEAD H ME3AHTHAABHO,
HAOAFOAABIIAACA ITATOTUCTOAOTUIECKAS KAPTUHA COOT-
BercTBoBara C3 raomepyAronarum.

B mocaeArne roapr akTHBHO OOCY/KAQFOTCS U IIEpe-
CMATPHUBAIOTCA AMATHOCTHYECKHIE KPUTEPHHI PA3AHIHBIX
BapuanToB C3 rAOMEPYAOIIATHH, YTO CBA3AHO C OOIITHO-
CTBIO ITATOIEHE32, CXOAHBIMU KAHMHUYIECKIMHI ITPOSBAE-
HUAMHE U MOP(OAOTHIECKON KAPTHHOH 3200AeBAHUI
AaHHOH rpymms [18]. KoppekTHas AMarHOCTHKA MOKET
B 3HAYHTEABHON CTEIIEHH OIPAHHYUBATHCA OOBEMOM
OuoICUITHOro MaTepHasa, OCODEHHO 3a0PAHHOIO AAL
VABTPACTPYKTYPHOIO MCCACAOBAHUA M TPEOOBATH AAA
OKOHYATEABHON BEPH(PUKAIIN IIPOBEACHHA TIOBTOPHBIX
ounorrcuit [17]. [IpeAcTaBACHBI AAHHBIE O BO3MOMKHOM
tparcdopmarmu C3 raomepysonedpura B O0OAC3HD
ITAOTHBIX ACTTO3HTOB [19], BEICKa3aHO IIpeAIIOAOKEHNE,
YTO 3TH 3aD0AEBAHHA MOTYT BBICTYIIATH KAK CTAAUM OA-
HOro maroaorugeckoro mporecca [20]. Caeayer ocobo
IIOAYEPKHYTB, 4TO passurue C3 raoMepyAsonaTHu Ipu
CHHAPOMAX AHUIIOAHUCTPO(UH CBA3BIBAIOT B OCHOBHOM
C MAPIUAABHOM AHTIOAHCTPOHEH Pa3AMYHOTO IPONC-
xomAenud [21], T0 AAHHBIM AUTEPATYPHBIX HCTOYHHKOB,
reHEPAAN30BAHHAA AUTIOAUCTPOMHA IPOABAACTCA ANa-
Oermdeckoit HedpomaTHe 1 POKAABHO-CEIMEHTAPHBIM
raomepyaockaeposom [10]. Oanako obHApyKEHHEIE
B IIPEACTABACHHOM HAOAIOACHUH XapaKTePp NMMYHOIK-
crpeccun (BepazxeHHble C3¢ ACTIO3UTEL B BUAE TUPAIHA
n AeHT 110 X0Ay I'BM, mapamesanrnasbHO 1 Me3aHIT-
aAbHO, 110 X0AY TBM ¢ pokaaprbivum Acttosutamu IgA,
Clq, A 3HAYUTEABHO MEHBIIIEIO YPOBHSA 3KCIIPECCHM),
XapaKTEPHBIE 110 AOKAAUZAIINH H YABTPACTPYKTYPE IACK-
TPOHHO-ITAOTHBIE ACTIO3UTHI BEICOKOM B OYECHb BEICOKOI
3AEKTPOHHOI IIAOTHOCTH, IIO3BOASFOT BBICKA3ATD IIPEA-
HOAOKEHHE O BEPOATHON POAH AUCPETYAAITIN CHCTEMBI
KOMITAEMEHTA C MACCHBHOM CHCTEMHOMN ITpoAykrmeit C3
pparmenTa B pasBUTUN IOYEIHOH AMCYHKIHN ITPH
cunapome bepapauneasn-Ceiira.

[ToABA€HIE HOBEIX METOAOB MOAEKYAAPHO-TE€HETH-
YECKOTO aHAAN32 TIO3BOASIET CYIIIECTBEHHO PACIINPUTD
IIOHUMAaHHE POAU OTAEABHBIX MYTAIIHI B I1ATOTE€HE3E
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PA3BHUTHSA PEAKHX HACACACTBEHHBIX CHHAPOMOB 1 0O-
aesneit. MeToAbl mapasseAbHOTO cekBernpobanud NGS
(Next Generation Sequencing) ACAAIOT BO3MOKHEIM
HCCACAOBAHUE MHOKECTBA T€HOB H BBIIBACHUCE PEAKIIX,
paHee HE I/I3Y‘ICHHI)IX MyTaL[I/IfI. B HpeACTaBACHHOM
HAMH KAUHIYIECKOM HAOATOACHIH Y IAIINCHTKH YAAAOCH
OOHAPYKUTD PEAKYIO MYTAIIUIO B TETEPOZHUIOTHOM Ba-
puamre (L212L) B rene AGPAT2, conpososkaaroryrocs
nykaeotuanoi samenon C.636C>T. B macrosimee Bpems
B 0a3e AaHHBIX MEHACACBCKOTO HACACAOBAHUSA ¥ YCAO-
sexka OMIM (www.ncbi.nlm.nih.gov) saperucrpuposano
3 TOAODHBIX CAyYasi MyTAIIMK yKa3aHHOTO reua (2010,
2022, 2024 r.) [22]. OAHAKO BBHAY PEAKOCTH CaMOIO
cuaapoma bepapauneasn-Cefimra B CyIIeCTBYIOIIUX
0a3aX AAHHBIX HET OIMCAHUA KAUMHIIECKO-MOPOAO-
THYECKOH KAPTUHBI U IIATOICHETHYCCKOM 3HAYMMOCTH
AaHHOM MyTarun. CTOUT IPEAITOAOKHUTH, ITO Pa3HO-
oOpasusle myTanuu B reae AGPAT2 moryT okaserBaTe
BAHAHHE HA TOPAKEHHE IIOYCK ITpu CHHApoME bepapau-
mearn-Cefima 1 00yCAOBAHBATD OOABIIICE KAUHIICCKOE

WHhopmuposaHHoe cornacue:

HabnioneHns 13 npakmmku

Pa3sHOOOpPA3HE, YEM CUHTAAOCH PAHEE, B YACTHOCTH BO3-
MokHOCTE popmupoBanust C3 raomepyAonaTun.

3akaroueHue

[Topaxenue ogex ABASETCA OAHUM U3 YACTEIX IIPO-
ABACHHH BPOKACHHON I'€HEPAAN30BAHHON AHIIOAH-
crpoduu (cuuapoma bepapauneasu-Ceiima). C yaetom
BOBACUCHHSA B IIATOAOTHYECCKHUN IIPOLECC PASAUIHBIX
OpraHOB M CHCTEM, CBOEBPEMEHHAS AHATHOCTUKA PaH-
HETO IIOYEYHOIO IIOBPEKACHUA TPEOYeT IPUBACYCHIUA
CITEIIHAAUCTOB PA3AHYHOIO KAHHUYIECKOTO PO UAL
C y9acTHeM IatoMOpdOAOra U BEIIOAHECHHEM HedPO-
Oroncun. B ipeACTaBACHHOM KAMHIYIECKOM HAOAIOAC-
HHUM OIIMCAaHO HOpa)KCHHe ITIOYCK y ITIAMHUCHTKH C CHH-
ApoMoM bepapanneaan-Celira CBA3aHHBIM C PEAKON
mytanueii B rene AGPAT2, mposBasBIIieecs KapTHHOMN
pasBepHyTOro HePPOTHUECKOTO CHHAPOMA 1 HAPYIIIe-
HHEM 230T-BBIACAUTEABHON (PYHKIIUHU IIOYEK, OOYCAOB-
aenubME (popmuposarreM C3 rAOMEpyAOIATHHL

Mony4eHo MHPOPMMPOBaHHOE Cornacue NaumueHTa Ha NybnmnKkaLmio KNMHUYEeCKo MHAopMaLmn 1 N300paXeHWIA.
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