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Ha ocHoBaHMHE COOCTBEHHBIX MCCIEIOBAHMIA M JAHHBIX JIMTEPATYPbI PACCMOTPEHBI COBPEMEHHBIE NPEICTABIEHHS O HACIEACTBEHHBIX He-
(hponaTusaX, MPOTEKAIOIMX C FeMaTypHeil, — CHHAPOMe AJIbIIOPTA, 00JI€3HH TOHKUX 0a3aIbHBIX MemOpaH, C3-nioMepyiioHedpure u ap.
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Based on their studies and the data available in the literature, the authors consider current views on hereditary nephropathies running
with hematuria, such as Alport syndrome, thin basement membrane disease, C3 glomerulonephritis, etc.).
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reMaprquKne HedpomnaTuu, MO-BUAUMOMY, UMe-
€T CMBICJI CTaBUTh Ha ITIEPBOC MECTO CPemy Haclell-
CTBEHHBIX HedponaTuit, Tak Kak yxe B 1902 . L. Gutrie
oTMcaJl ceMeiHBIN cityyait reMatypun. HacenctBeHHast
reMatypuyeckas Hedporatds He penkocTb. B pazmmy-
HBIX permoHax oHa BcTpedaercs B 1—10% ciyuaes [1].
[IpocnenuB 3a TeueHMEeM 3a00JIeBaHUS B CEMbE, KOTOPYIO
Habmonan L. Gutrie, A. Alport B 1927 . obpaTui BHU-
MaHHMe Ha JacToe COYeTaHWe TeMaTypUuu C TYTOYXOCTBIO
Y pa3BUTHEM YPEMHUU Yallle Yy MYXKIUH, YeM Y KCHIITIH.
C uMeHeM AJBIIOpTa CBSI3BIBAIOT B TIOCTICAYIOIINE TOIBI
Ha3BaHUE HaCJIEeICTBEHHOro HedpuTa — CUHAPOM AJlb-
Topra.

H3zBecteHn nucmopdusm sputpouutoB [2]. OcobeH-
HO SIPKO OH BBIpaXXeH Y OOJBbHBIX C HACJIeICTBEHHBIMU
HedbpomnartusiMu. OfHAKO HaM MPUXOAWIOCH HAOJIO-
JaTh TUIMMYHYIO KapTUHY THUCMOp(U3Ma 3pUTPOIUTOB
u npu HepporuyeckoM cuHapome [3]. Jducmopdusm
BO3HUKAET ITPU TPOHUKHOBEHUHN SPUTPOITUTOB dYepe3
WCTOHUYEHHYIO TJIOMEpYJISIpHYI0 Oa3alibHyl0 MeMOpaHy.
B 80-e rogwl npouoro crojerus L. Jai-Trung u coaBT.
(1983) [4] skcnepUMEHTaNbHO TOKAa3aiu, Kak Mpouc-
XOIWT TIPOHWKHOBEHUE SPUTPOIIMTOB Yepe3 TIIOMepy-
JISIpHYI0 0a3ajibHYI0 MeMOpaHy, a B Hayasie X XI Beka aTo
OBIJIO TIOATBEPKACHO IPU JIEKTPOHHON MUKPOCKOITHH
rmouyeyHoro ouonTarta [5].

Mukpockonuueckas

reMatrypusi  TJIOMepYJIsipHOM
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Anpec ais koppecnionnenimu: MirnatoBa Maiist CepreeBHa — 1.M.H., Tipod.,
IJI.H.C. OT/IEJICHHUS HACIIEACTBEHHBIX U PUOOPETEHHBIX GoJie3Heit moyek HayuHo-
HCCIIENOBATEIbCKOTO KIIMHMYECKOTO MHCTUTYTA TIeUATPUI

JnvH Brnamumup BuktopoBuy — A.M.H., ipod., 3aB. yKa3aHHbIM OTEJCHUEM

MPUPOABI XapaKTepHa ISl TeTePOTeHHOUW TPYIIITBI CO-
CTOSTHUM, KOTOPBIE MOTYT OBITh JTUOO CITOPATMYECKIMU
U TIPUOOPETCHHBIMM, JINOO CeMEMHBIMYM W HACIEACTBEH-
HBIMU, 00YCIIOBJICHHBIMU pa3HBIMU TeHaMu. HekoTopsie
W3 5TUX TeHOB JI0 CHUX IOp Henu3BecTHHI. HaceacTBeHHBIE
00JIe3HN MOTYT MMETh XapaKTep JTOMWHAHTHBIX, KOrna
TTPOVMCXOMNT Iepeada MyTaHTHOTO TeHa KaK OBl «I10 Bep-
TUKaJIW» W 9acTOTa IMOpakeHHbIX mocturaeT 50%; pe-
IIECCUBHBIX, TIPY KOTOPHIX 0OJIe3Hb pa3BUBACTCS KakK ObI
MO «TOPU3OHTAIN», C YACTOTON TMOPAXKEHHBIX CUOCOB
25% W CLIETUIEHHBIX C X-XpOMOCOMOIi, Korma 60Jie3Hb
OT OTIIA TIepeaeTcsT TOJIbKO JoYepsiM. DTOT BapWaHT I1a-
TOJIOTUY XapaKTePEeH ISl CHHIPOMa AJIBITOpTa.

CunapoM Anbnopra (HacjieaAcTBeHHbIH HepUT) — He-
WMMYHHasI TCHeTUYECKU TETePMUHUPOBAHHAST TIIOMEpY-
JoTIaTHsl, 00YCIOBJICHHASI MyTallie i TCHOB, KOMUPYIOIINX
kosutareH IV Tura 6azaibHbIX MeMOpaH, IPOSIBIISTIOIIASICS
reMatypueil W/VuId IPOTEeMHYPHE, TIPOTPEeCCUPYIONITIM
CHITKEHUEM TTOYCYHBIX (GYHKINI, HEPEIKO coveTarola-
sICSl C TIATOJIOTHEH cilyXa W 3peHus. BriepBble ciydau ce-
MeiiHol remaTypuu Obuth onvcanbl B 1902 . B oteuect-
BEHHOM JINTEPAType BIIEPBBIE IIOAPOOHOE OITUCAHUE ITOTO
3a00s1eBaHU MTOSABUIIOCH B 60-¢ Tombl XX Beka, a B 1978 T.
OblIa 3allMIIeHa JoKTopcKas nucceptanus B. B. dokee-
BOI, TIOCBSIIIIEHHAs! KIIMHUKO-JIAOOPaTOPHBIM TTPOSIBIIC-
HUSAM HacliencTBeHHoTo Hedputa. Bosbiioe BHMMaHUE
oOpaliajioch Ha BHEIIHME CTUTMbl AU33MOpHOreHesa,
KOTOpBIE BJIMTEPAaType OOBIYHO O0O3HAYAIOTCS MaJIbI-
MM aHOMaJUSIMU pa3BuTHs. Ellle 10 OTKPBITUS MyTalluu
TeHOB, OTBEYAIOIINX 3a CTPYKTYPY W (PYHKIIMIO OIHOTO
13 IJIaBHBIX KOMIIOHEHTOB 0a3aTbHBIX MeMOpaH — KOJI-
nareHa IV turma, Hamy paGoThI, Kacarolmecss CTPOCHUS
TJIOMEPYJISIpHOI 0a3aibHOM MeMOpaHBI U BBISIBICHHBIX
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crienuuIecKuXx OMOXMMHUYCCKUX CHBUTOB, TO3BOJISITA
BBICKa3bIBAaThLCS B ITOJIB3Y TOTO, YTO HACJICICTBECHHBIIN He-
(bpUT — 3TO MATOTOTHS COEMMHUTETPHOM TKAaHU [6].

B 1927 . A. Alport o6patun BHUMaHue Ha Oosiee ya-
CTOe W paHHee Pa3BUTHE YPeMHWU IIPU CEMEHOM rema-
TypuU y MYXUMH, 4eM y XeHIIUH. OaHako B XXI Beke
TIpY HAOMIONCHUW 3a XKEHIMUHAMHA W3 CEMbU C CHIIPO-
MOM AJibIIOpTa ObLUIO OTMEYEHO, 4TO nociie 40 JIeT y HUx
HauMHaeT cHMXatbes GyHkuust nouek [7]. C pacumd-
POBKO TE€HETHIECKOTO HedeKTa CTaJio BO3MOXHBIM
TOBOPUTH O CHHIPOME AJIBITOpTa KaK O TeHETUYCCKU
JMETePMUHUPOBAHHOM TATOJOTMM KojutareHa IV twuma.
TepMuHBI «HaCAENCTBEHHbI HEDPUT» U «CUHAPOM AJlb-
MOpTa» — CUHOHUMBI.

Inudemuonoeus. Yacrora cuHapoMa AJsbIiopTa
B nonyasiuuu coctapisieT 1:5000. OH cayXuT MpUYK-
Hoit 1% Bcex ciyJ4aeB XpPOHWYECKOW IOYCUYHOUN He-
JocTaToOYyHOCTH Yy kuteneit EBpomnbi; 2,3% ciiydaes
MMOYEYHON TpPAaHCIIAHTAIIMA TIPOBOAUTCS OOJBHBIM
¢ 1aHHbIM cuHapoMoM [8]. HacnencTBeHHbI HebpUT
OIMCaH Y MpencTaBUTeNIeil BceX pac Ha BCeX KOHTH-
HeHTax. BcTpeuaercs 3abojieBaHUE OYEBUAHO Yalle,
YeM OTIMCHIBACTCS, B CBSA3M C Pa3IMYHON TIEHETPaHT-
HOCTBIO U 9KCIIPECCUBHOCTBIO TEHOB, MYTaIlUsl KOTO-
pbIX ero odycioBiauBaeT. YacToTa pa3aMyHbIX BapuaH-
TOB CHHApPOMa AJBITOpPTa (aQyTOCOMHO-IOMUHAHTHOTO
1 ayTOCOMHO-PEIIECCUBHOTO) HEOAMHAKOBa B pa3siny-
HBIX TTOTTyJsIiusX. [To amuaeMruoIoTHIeCKUM JaHHBIM,
nojiyueHHbIM Hamu B 70—80-Xx rojax mpouuioro cto-
setusi, B Poccum yactoTa HacjaencTBEHHOTO HedpwTa
cpenu aeTcKoi nmomyasuuu coctasisiaa 17:100 000 Ha-
ceneHus [9].

Knaccugpuxayus. Jlo ycTaHOBJIEHUSI T€HETUYECKOTO
nedekTa HanboJiee pacpoCTpaHEHHBIM OBbLIIO BBIIEICHHE
HacJIeICTBEHHOTO HedpuTa 6e3 TYTOyXOCTH M CHHIpOMa
AJIBIIOpTa, T.€. HACJIEICTBEHHOTO HedpuTa C MaTOJIOTH-
eit ciayxa. WMmeHTndukammss B KadecTBe TeHETUIESCKOM
OCHOBBI HACJICJICTBEHHOTO He(hpHUTa TeHa, KOTUPYIOIIETO
a,-1enb KostareHa I'V Tuma, cesana HEHYXHbIM BblIeIe-
HME KIIMHUYECKUX BapHMaHTOB C TYTOYXOCThIO M Oe3 Hee.
B nuteparype TepMUH «CUHAPOM AJILIIOPTa» yIIOTPEOJIsi-
eTCsI TS BCeX KIIMHMYECKUX BapUaHTOB 3a00JIeBaHMS.

Krnaccudukauus cunapoma Asibnopra B HACTOsIIIEE
BpeMsI TIPOBOIMTCST B COOTBETCTBUH C TUIIOM HacJenoBa-
HUS:

*  X-CLEIUIEHHbI
CKUIiA);

. AyTOCOMHO-PELIECCUBHBIN;

. AyTOCOMHO-JIOMWUHAHTHBIM.

ITposenennsie B 70-¢ roabsl XX CTOJETHUS HAIA MC-
cienoBanusi y 200 neTeil ¢ HacJAeACTBEHHBIM He(GpPUTOM
u3 poccuiickoii nonynsiuuu [10] mokasanu, 4To ayToCOM-
HO-ITOMUHAHTHBINA BapuaHT ObUT y 16%, ayToCOMHO-pe-
LIECCUBHBIN — Y 6% GOJBHBIX. Y OCTAIIBHBIX OTIPENEIISII-
¢S KJTACCUYECKUH X-CIIEeTTICHHBIN BapuaHT MaTOJIOTHH.

Dmuonoeus. CuHIpoM AJIbIIOPTa — 3TUOJOTUYECKU

MOMMHAHTHBIA  (KJlaccuye-

TreTeporeHHOe HAacCleNCTBEHHOE 3a00JieBaHME MOHO-
reHHoi npupoabl. [IpuunHa 3a0oaeBaHUs JIEXKUT B My-
Taiuu omHoro u3 reHoB: COL4AS5, COL4A4, COL4A3.
IIpu k1accuyeckoM BapuaHTe OOJIE3HUW MyTallusl Mpo-
ucxoaut B reHe COL4AS, pacniofoXXeHHOM Ha JUIMHHOM
iedye X-xpoMocoMbl (Xq22.2)

IIpu onHOBpeMeHHOI  MyTaiuu reHoB  COL4AS5
u COL4A6 pa3BuBaeTcsi CUHAPOM AJIbIIOpPTa C JIEHOMUO-
30M nuieBona. Myrauumsi, 3arparuBatoiiast reisl COL4A3
wim COL4A4, pacniojloXXeHHbIE Ha XpOMOCOME 2, Xapak-
TEPU3YeTCsI ayTOCOMHO-PELIECCUBHBIM 1 ayTOCOMHO-/10-
MMHAHTHBIM BapuaHTaMU HacjaenoBaHusl. Moryt Habo-
JaThCsl KaK JIeJelIMM — BbIMafeHue OOJIbIION YacTu reHa
(puc. 1), Tak ¥ ToukoBble MyTauuu (puc. 2). OmHOHYyKIIe-
OTUJIHbIE 3aMEHbl aMUHOKHUCJIOT, OOHapyXeHHbIe Vy Ha-
OJ101aeMbIX HaMU OOJIbHBIX, BOLIM B MEXIYHAPOJIHYIO
kormuiiky Mytaumii reHa COL4A5 [11]. Ilpu neneunu 3Ha-
YUTEJLHOTO y4yacTKa reHa OObIYHO OTMEYaeTcsl TSKesoe
TeuyeHue 3a00JIeBaHUSI C ITOPAKEHUEM HE TOJILKO MOYEeK,
HO Y OPraHoOB cJiyXa Y 3peHMsl, C pAHHUM Pa3BUTUEM XPO-
HUYECKOW MOYEYHON HeAO0CTaTouyHOCTU. [Ipu omHOHYK-
JIEOTUAHOM 3aMeHEe aMUHOKMCJIOThI B reHe kKoJutareHa IV
TuIa 3a00/ieBaHKE MTPOTEKAET Jierye, HEPEKO BhISIBIISIETCS
TOJIKO FeMaTypusi, U 00JIe3Hb MOXET UMETh OJIarornpusIT-
Hoe pa3BuTve. OMHAKO 3TO HE UCKIIIOYAET BO3MOXHOCTh
TSKEJIOTO TeYeHUs1 60Ie3HU Y TTIOTOMKOB.

Ilamoeene3. B cBsI3u Cc MyTauMeil reHa, OTBETCTBEH-
HOro 3acTpykTypy kosareHa IV Tuma, ormeuarorcs
W3MEHEHUsI B 0asaJibHbIX MeMOpaHaX, TNpexIe BCero
KJTyOOUKOBBIX KaInwuissipoB. [iomepynsipHasi Ga3ajibHast
MeMmOpaHa — cJlIoXHOe 00pa3oBaHUE, KOTOPOE COCTOUT
U3 TEOMETPUYECKU TPABUIBLHO DPACMOJOXEHHBIX MOJie-
Ky kosareHa IV Tumna u nonucaxapuaHbIX KOMIIOHEH-
ToB. [Ipu mytanusix B reHe COL4A5 obpa3oBaHue Cru-
paJIbHOM CTPYKTYPHI KOJIJIareHa Hapyiuaetcs (puc. 3).

Ha nepBbix 3Tamax pa3BUTHUsl CUHApPOMa AJibIopTa
MPOUCXOAUT UCTOHYEHUE Oa3aibHONH MeMOpaHbl, OCO-
OEHHO ee cpeldHel IiacTMHKU lamina densa, ogHOBpe-
MEHHO HabJjiofaeTcs paclieruieHue 0a3albHOi MeM-
OpaHbl U MoOsIBJIeHUE ee ciaoucTocTu. Bce aTo sBisieTcst

I 2 M
-
4= 439 1. (19-ii 5K30H rena qeTpodiuna)
d— 310 mH. (4344 -i1 9x30H)
—— 252 m.u. (47 aKk30m)

4= 158 n.1. (42-i1 3k30H)

Puc. 1. Mynsruniexkcnas amnmdukanus B rene COL4A5 npo-
Oanpa cembu B.

[Monoca 1 — maHHBIE 3MIOPOBOTO AOHOPA; TIOJI0ca 2 — y MPOOaHIa
¢ nenenueit reHa COL4AS5; M — MapKep MOJEKYJISIPHOM MacCHI;
I.H. — Mapbl HYKJIEOTUIOB.
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Puc. 2. Meton SSCP B COL4A5 npo6anna cembu B. 114 onpe-
JieJieHus TOYKOBOM MyTalum.

Tlonoca 3 — IHK npoGanaa cembu b.; mooca 6 — Mapkep Mo-
JIEKYJISIPHOM Macchl; OCTabHBIE MOJOCHl — KOHTPOJIb.

Jlomensl konnarena IV tuna
HC1

D) a-3 (IV)
D a-5 (IV)
D) a-4 (IV)

A (tpw a-uenm) b (cobpanmas u3 HUX MOseKy:a)

1. Hopma : 6
2. Jineuus B obnactu COI4AS,
TNIPHBOJAIIASA K OTCYTCTBHIO O O
HC nomena _— —_—
3. TouKOBbIC MyTaLHH
KoutarenoBoro omena COMAS, —— ()
NPHUBO/ISNIAS K HEMOMHOMH
Crmpasa MOTEKYb — ® — M

Puc. 3. O6pasopanne mosekyib1 Kosutarena IV Tuna u3 Hop-
MAJIbHBIX U MOBPEKIEHHDBIX Of-IleMeil.

CIEACTBUEM W3MEHEHUSI CBOMCTB MOJIEKYJl KOJJIareHa.
ITpu 57eKTPOHHON MUKPOCKOMUU OUOMNTATa MOYKU OJ-
HOBPEMEHHO C TOHKUMU [JIOMEPYJISIPHBIMU Oa3aibHbI-
MU MeMOpaHaMU BbISIBJISIIOTCSI YTOJILIEHHbIE 6a3ajibHbIe
MeMOpaHbl C y4yacTKaMu IPOCBETJEHUS, HANTOMUHAIO-
1Me MyeJuHble COThbl. ba3zanbHble MEeMOpaHbl TepsIIOT
CBOIO CTPYKTYPY, BHYTPU HUX MOSIBJISIIOTCS] CKOIUICHUSI
TOHKOTpaHyJIspHoro Beuiectsa. [lo Mepe nanbHeiiliero
MPOrpeccupoBaHusl OOJIE3HU MPOUCXOMUT TsKEast Je-
CTPYKIIMSI TJIOMEPYJISIpHON 0OazaibHON MeMOpaHbI C ee
JNaTbHERIIUM YyToJeHueM U nuctpobueit. MameHeHust
KacaroTcsl 6a3ajibHbIX MEMOPAH HE TOJBKO KITYOOUKOBBIX
KanmuuIsIpoB, HO U KaHaJbLEB, aTakxke MeMOpaHHBIX
CTPYKTYP BHYTPEHHETO yXa U IJ1a3.

Knunuueckue npusmnaxu u cumnmomui. JI1s1 HacnencT-
BeHHOro HedpuTa (CUHAPOMa AJIbIIOPTA) XapaKTEPHbI:

*  XaJoObl Ha OBICTPYIO YTOMJISIEMOCTb, TeMary-
puio;

*  HaJIM4YMe B POINOCIOBHOM CilydyaeB CUHApPOMA
AJbIIOpTa WA T€eMaTypuu;

*  HapylleHHWd CIyXa U 3peHMs: HapyLleHUe ciayxa

HE®POJIOMNsA

MOXET OOHAPYKUBATHCS C TIOMOIIBIO ayTMOMETPHUH, BBI3-
BaHHBIX MOTEHIIMAIOB; Y OOJBHBIX BBISIBIISIOTCS pa3idy-
Hble aHOMAJIUK 3pCHUS, HanboJiee XapaKTepHO HaIMIue
JICHTUKOHYCA;

*  TIpM OCMOTpe: OJEeTHOCTb, CHIXKEHUE MBbI-
IIEYHOTO TOHYCa, HEPEeIKO apTepuaibHasl TUITOTOHWS,
a Ha TTO3MHUX CTamusX 3a00JIeBaHUSI — apTepuaibHast
TUTIEPTEH3MS; HAJIMYKE BHEITHUX K COMATUIECKUX CTUTM
M33MOpHoTeHe3a (TUIIEPTEIOPU3M IJ1a3 U COCKOB, BBICO-
Koe He0O, MUKPOAaHOMAJIUY TMaJIbLIEB BEPXHUX Y HUKHUX
KOHEYHOCTE: WMCKPUBJIICHWE W YKOPOYCHWE MU3WHIIA,
CaHAaNeBUIHAS IeNb, CUHAAKTWINSA WM TCHICHIIAS
Kk Heit 11 u 111 nansues cromnsl u ap.). CBoeobOpasue nep-
MaTOTJIM(PUKU, OTIIMIHON OT OAPYTUX He(PPOITaTHIA;

*  W3MEHEHWs B aHAJIIM3aX MOYU M KPOBU:

v\ remarypus;

v' BO3MOXHa JIEHKOUUTYPUsSI (OOBIYHO OIpeaesi-
ercst TUMGOLMTYPUSI), HOcsIass abakTepualbHbIA Xa-
paxrep;

v' mpoTenHypusi (0OBIYHO MOSIBJISIETCS TIPY HebJla-
TOTIPUSITHOM Pa3BUTUU 3a00JIeBaHMS; B CTAAUW HayMHa-
OIIEeCST XPOHMUYECKOM TTOYEeTHOU HETOCTATOYHOCTH MO-
XET pa3BUThCS HEPPOTHMUECKII CUHIPOM);

v' CHWXEHHME TMOYEeUHbIX (PYHKIMI BILUIOTH IO pa3-
BUTHS TEPMUHATIEHON XPOHNYECKOM ITOYECTHOI HET0CTa-
TOYHOCTH.

[Mon HarM HaGJTrOEHEM Ha TIPOTSDKEHUM HECKOJb-
KUX JIET HaXOTWJIMCh TBOIOPOIHBIE OpaT 1 cectpa C., y KOTo-
PbIX C MEpBOTo Trofa KM3HU Oblla OOHApyXXeHa reMaTypusl.
[en 1o TMHWK MaTepy U ee POITHOM OpaT yMepiIu OT XPOHH-
YeCKOM TTOYEYHON HEIOCTAaTOYHOCTH B Bo3pacte Io 40 jieT
(puc. 4). Marepu neteit (pomHbIE CECTPBI) TAKXKE C JETCTBA
umenu remarypuio. [Tpu HeppoOuoncun y cudocos 6bL1 00-
HapyXeH WMMYHOHETaTUBHBIA Me3aHTHONpPOIdepaTrB-
Hblil moMepyoHedpuT. [lpu 271eKTPOHHONH MMKPOCKO-
MUY y 000MX JeTel W MX MaTepeil 0OHapYKeHBI TUTMUHBIE
U CHHApPOMa  AJIBITOpTa  W3MEHEHUST TJIOMEPYJISIPHOM
GazanbHOI MeMOpaHbI (puc. 5). OKOHUYATEIbHOE pellIeHHe
0 TMarHo3e y IeTeii ObUTO MPUHSTO ITOCTIe MOJICKY/ISIPHO-Te-
HeTndeckoro oocnenosanms: JHK-nmmarHocTrika BuIsIBIIIA
y oboux aereit u ux marepeit Myrauuto reHa COL4AS. Nu-
HaMU4YecKoe HaOJTIONeHIE 3a CEMbEi TToKa3ajio, YTo Y Majlb-
yuka B 9 JIeT pa3BUIach TyroyxocTh, a ¢ 11 jieT orMeyanach
TCHICHIIMS K apTePHATBHOM THWITEPTCH3WM W CHIDKEHUIO
CKOPOCTU KJTyOOUKOBOI (hUIBTpaliuu.

Takum oGpaszom, ISt IMaTHOCTUKW CUHIpOMa AJlb-
IopTa HEOOXOAMMO HAJTMIHME TPeX U3 IISITH TTPU3HAKOB:

1) TeMaTypust WIK JIETATBHBIN UCXOMI OT XPOHUIECKOM
ITOYEYHOM HETOCTATOYHOCTH B CEMBE;

2) reMaTtypusi U/ Wiu IPOTEUHYPUSI B CEMbE;

3) cnienuduryeckue M3MEeHEeHUsT 60a3albHBIX MeMOpaH
KJTIyOOUKOB y OOJIbHOTO MPU 3JIEKTPOHHON MUKPOCKOITUHU
ouornrara;

4) cHIXEeHME ciyXa 10 JaHHBIM ayTHOMETPUISCKOTO
HCCIIeIOBAHMS;

5) BpoxkIeHHasl 1aToJI0THs 3pEHUs.
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Puc. 4. ®parment pogocnosnoii cembu C. JInarnos: CHHAPOM
AunbniopTa.
XITH — xpoHuyecKasi moyeyHasi HeIoCTaTOYHOCTb.

P

Puc. 5. Dnekrponorpamma ¢parmMenTa CTEHKH LIOMEPY.ISAPHOTO
Kanmwuispa. JIuarnos: CHHIPOM AJIbIopTa.

BasanpHass MeMOpaHa paclIMpeHa, BELIECTBO €€ IPOCBETIECHO,
IJIOTHAST TUTACTUHKA BhIpaxkeHa ci1a6o. x 16 000.

buoncus nouex. Tlpu nmomo3peHUU Ha CUHAPOM AJlb-
ImopTa obsI3aTeNIbHA AJIEKTPOHHAs MMKPOCKOMMST Hedpo-
o6uonTtata. TUMMYHO BBISABICHWE YTOJIIEHHBIX IUCTPO-
(PMYHBIX YUACTKOB TIIOMEPY/ISIPHOM 6a3aIbHOM MeMOpaHbI
C UX MOJIHOM faecTpykumeit (cMm. puc. 5). Y3 200 Habaona-
€MBIX HaMH OOJTbHBIX AMAarHO3 HACJIEACTBEHHOTO He(hpuTa
ObLT TIocTaBlIeH 6ojiee yeM y 60% Ha OCHOBAaHMM HATYUST
TUMMYHOM POIOCTIOBHOM, Y 40% — Ha OCHOBAaHWUU JaHHBIX
9JIEKTPOHHOI MUKPOCKOINUU Hedpobduorntata [12].

Bhicoka muarHocTrdeckasi LIEHHOCTh MOJIEKYISIPHO-
TeHETUYECKOTO MCCIeTOBaHsI. B 5 KOHOMUYECKHU pa3BU-
TBIX CTpaHaxX CUMTAETCSI, YTO MOJIEKYISIpHAsT AMATHOCTH -
Ka JIOJKHA MPEIIIeCTBOBaTh CPAaBHUTEbHO MHBA3UBHOM
YPECKOXHOW OMOICUM TTOYEeK, OCOOEHHO B Cy4asx BO3-
HUKHOBeHUs1 00s1e3Hn de novo. Hanbonee n3ydyeHsl Ba-
puaHThl MmyTauuu reHa COL4A5. B nocnenHue roabl cum-
TaeTcsl 3aKOHOMEPHBIM 10 He(POOUOIICUU TTPOBOAUTH
KOXHYIO OMOIICUIO, KOTOpash MOXET OKa3bIBaThCS WH-
(opMaTUBHOI TSI yCTAHOBJIEHUsI IMAarHo3a CUHIPOMa
AnbriopTa [13].

Huchpepenyuanvubiii duaeno3. CuHapom AnbIlopTa,
npexnae Bcero, IUMGEpeHIUPYIOT C reMaTrypuieckom
¢dopmoii riomepynoHedputa. B mociaenHee BpeMsi Ha-
OJIIOJAIOTCSl CIyyau COYeTaHUsi CUHApoMa AJjibropra
C UMMYHHOI TJIOMEpYJionaTuei, 4yTo 0ojiee XapakTepHO
JU1s1 00JIE3HU TOHKUX 0a3aIbHbIX MEMOpaH.

BonesHn ToHKuX Ga3ajbHBIX MeMOpaH CBOMCTBEHHO
ayTOCOMHO-IOMUHAHTHOE HacjeloBaHue. DIeKTPOHHas
MMKPOCKOITUSI TIOYEYHBIX OMOTITATOB BBISIBIISICT PaBHO-
MEpHOE UCTOHYEHUE Oa3aIbHBIX MEMOPaH KITyOOUKOBBIX
KanwuIsipoB.

CJ1I0XKHOCTU MOTYT BOBHUKHYTb Npu AUDbepeHInpo-
BaHUU CUHApOMa AJibliopTa ¢ HedponaTuei, CBsI3aHHOMI
C TUIIOTIACTUYECKOM aucruiadueit mouek [14]. OpHako
TIPY TIPOTPECCUPYIOIIEM TeUeHUN HedpomaTum, CBsI3aH-
HOI C r’MMOIUIaCTUYECKO NUCIUIa3uell movyek, Kak rnpa-
BWJIO, XpOHMWYECKAsI TTOYE€YHasi HEMOCTATOYHOCTh Pa3BU-
BaeTcs paHblle, a npu HePOoOUOIICUU OMNpPeNessIioTCs
BBIpaKCHHBIC TIPU3HAKYU CTPYKTYPHOTO MTU33MOpPUOTeHe-
32, CBOMCTBEHHbIE TOM MATOJOTUM.

Hepenko Bo3HMKaeT HEOOXOAMMOCTb MPOBEACHUS
nuddepeHIManbHOro AMarHo3a CUHApoMa AJibIopTa
¢ IMCMETaboJIMYECKO Hedpomarueil, mnpoTeKallei
C OKCaJIaTHO-KAJIBLIMEBOM KPUCTAJUIypUEN Ha CTaauu
BBIPaKCHHOTO WMHTEPCTUIIMAIBLHOTO HedpuTa, OIpemne-
JISIEMOTO KJIMHUYECKU U Ipu Hedpoduoncuu. I1pu anek-
TPOHHOM MUKPOCKOITMY TUTTMIHBIC TIPU3HAKN CTHIPOMa
AJIbIIOpPTA OTCYTCTBYIOT.

O0s13aTeIbHO TIPOBEJEHUE MEAUKO-TEHETUYECKOTO
KOHCYJIBTUPOBAaHMSI B CEMbE C CUHIAPOMOM AJIbIOpPTA.
Ecnmm B ceMbe HECKOJIBKO JeTel, MPUIEeM 4YacTh U3 HUX,
KaK ¥ MaTh, CTPAIaloT CUHIPOMOM AJIBITOpPTA, Y MPAKTH-
YeCKU 3J0pOBOro pedeHKa BO3MOXHA MPECUMMTOMATH-
yeckasl 1MarHocTUKa 3a0ojieBaHusl Ha OCHOBAaHUM MoJIe-
KYJISIPHO-TEHETUYECKOTO UCCIENOBAHUS U ONpeeIeHUs
yHacae10BaHHOU XpOMOCOMBbI X.

Obuwue npunyunst nevenus. CrieMUUIECKOro JeUeHUS
crHApoMa AJIBITOpTa HeT. B aKCTiepuMeHTaIBHBIX 1 KITH-
HWYECKUX WCCIICHOBAHUSIX YCTAHOBJICHO, YTO Teparvist
MHTMOMTOpaMU aHTMOTEH3UHITpeBpalaoniero hepmeHTa
(n-All®d), G10KaTOpaMM PEIETITOPOB K aHTUOTeH3NHY 1
WJIX KOMOMHALIWSI 000MX TPYIIIT IIperapaToB CIIOCOOCTBYET
HE TOJIbKO MPEAOTBPALLEHUIO MPOrpecCUpOBaHUsT MOYEU-
HOTO TIOBPEXIICHUS, HO M, B HEKOTOPHIX HaOTIOICHMSIX,
perpeccuu IJIOMEPYJI0CKIepo3a, TyOYJOUHTEPCTULIUAIb-
HOTO U COCYIUCTOTO IMOpaXeHWs TMPU XPOHUYECKON 00-
nie3Hu mouek [15]. PeHompotektuBHEI 3ddexT n-AllD
OCYIIECTBIISIETCS 3a CUET CHYDKECHUS BHIPAXXCHHOCTH BHY-
TPUIIOYEYHON BA30KOHCTPUKIINU W BHYTPUTIIOMEPYJISIP-
HOU TUITEPTEH3WH, YTO MPUBOAUT K YMEHBIICHUIO BBIpa-
KCHHOCTH TIPOTEUHYPUHU. B HEOONBIMX WMCCIIeTOBaHUSIX
y aereii crapiie 14 jietT ycTaHOBJIEHO, YTO JIBOiHAas 0J10Ka-
Jla pPeHUH-aHTUOTCH3MHOBOW CHCTEMBI C OMTHOBPEMEHHBIM
ncnoiab3oBaHueM U-AllD 1 610KaTOPOB PeLIENITOPOB aH-
rrmoTeH3nHa Il crmocoGCTBYeT CHIDKEHWMIO TTPOTEHHYPUHN
0€e3 BbIpaKeHHBIX MOOOUHBIX 9 (HEeKTOB.
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DTH WCCIen0BaHNS TIPOBOIMIUCH ITPU HE(POITATHSX,
He UMEIOIINX CeMEeHOTo pacrpoctpaHeHus. [IpuMeHe-
Hue u-All® npu cuHApOMEe AJIBITOPTA C TIEJTBIO 3aMeTe-
HWSI TIPOTPECCUPOBAHUST 3a00JIeBAaHUST HEIOCTATOUHO M3-
y4eHo. MBI IpoBeNM KOHTpoJMpyeMoe JieueHne n-Alld
(sHarioM) 8 merteit ¢ cuHAPOMOM AJbIOpTa; 8 GOJIBHBIX
(Toro ke BO3pacTa W II0jla) C aHAJIOTMYHBIM 3aboJieBa-
HHMEM, OTKa3aBIIMXCS OT JAaHHOTO JICUCHUsI, COCTABUIN
rpynny cpaBHeHusi. Yepe3 2 roma oueHka 3¢hdekTuB-
HOCTHM JIeUeHUsI TI0Ka3aja, YTo y JAeTei, TONyIaBIIuX U-
ATID, pexxe HapacTaja MPOTEUHYPHsI, CKOPOCTh KITyOO0U-
KOBOW (DUIIBTpaIiiy MMea CKIIOHHOCTD K ITOBHIIICHMIO,
a ypOBeHb KpeaTMHWHA KPOBU — K CHIDKCHUIO, ObIIa
BBIpakeHa TEHACHIINS K HOPMAaTM3allui apTepruaibHOTO
TABJICHWS B OTJIMYWE OT TPYMIIBI OeTel, HE ITOTyJaBIINX
sHam [16]. B Hactosiiiee BpeMsT (haKTUIECKHA BCe OOJTb-
HbIE ¢ CHHAPOMOM AJbriopta nojiyyaioT u-All®. Creny-
€T OTMETUTb, YTO IIPU OBICTPOM ITPOTPECCUPOBAHUM 3a-
6osieBaHUsI 3 GeKT Tepanuu 0osiee 3HAUUTEbHBIN, eCv
PEHOTIPOTEKIINS HayaTa paHo, IO MOSIBJICHUST BhIpaXKeH-
HOU TIPOTEMHYPUU. DTOT (PaKT HEOOXOTUMO YUUTHIBATH
TP pelIeHNH Bolpoca o HasHaueHun U-All® u 6i1oKka-
TOpoB aHrMoTeH3uHa I getTsam ¢ cuHapoMoM AJbropra.

OCHOBHBIM METOIIOM JIEYCHUST OOJBHBIX C CUHIPO-
MOM AJIBITOpTa TIPU Pa3BUTUM XPOHUIECKOM IMOYCIHOMN
HEIOCTaTOYHOCTH SIBJISIETCS] CBOEBPEMEHHOE ITPOBEICHUE
TTOYCYHOM TpaHCITTAaHTAIIN Y.

IIpoenos. TlporHo3 cuHApoMa AJIbIIOPTa 3aBUCUT
oT hopMBI 3a00JIeBaHUS, TI0J1a OOJIEHOTO: PAa3BUTHE XPO-
HWYECKOM IMOYETHOM HEeTOCTATOYHOCTH Yallle OTMeYaeT-
Cs Y My>XKUWH, 9YeM Y KCHIIIVH.

Bboavroii b. 15 neT NocTynui B KIIMHUKY C TUArHO30M:
CHHIPOM AJIBITOpTa, TEPMHUHAIBHAsI XpOHWYECKAs TIO-
YeyHass HeJJOCTaTOYHOCTh, MAJIbYMKY TTPOBEACHA TPaHC-
TDTAHTALMS TPYITHOM oYKy, OCIOXKHEHUH TTOCIe TpaHC-
IJTAHTAIIMM He OBUTO, ¥ C TIEPBBIX HEIedb OTMEYaloch
TTOCTEIIEHHOE YIyYIIeHUE TOMEOCTAaTHUECKUX IapaMe-
TpoB. [ToHas peabuIMTaLIASI HACTYITIIIA Yepe3 TOI IToCITe
TpaHcTutaHTauu. OH 3aKOHYWI TEXHUKYM, paboTall, JKe-
HWJICST, UMeJT 109b. Yepes 15 jieT mociie TpaHCIIaHTaIKT
CaMOBOJTbHO OTMEHWJT UMMYHOCYTIPECCAHTHI, TTOCJIE YeTO
HACTYITWJIO OTTOPKEHUE TPAHCIUIAHTATA.

Houb 601bHOTO b. HaGM0HaETCs C MEPBLIX MECSIEB
>KWU3HH, KOTIla Y Hee Oblla BBISIBJICHa TeMaTypus. JleBouka
XOPOIIIO pa3BUBAETCS, y Hee MMEETCs JIUIITh HeOOJbIIoe
CHUXEHUE TyOYJSIpHbIX MoyeuyHblx (yHkuuit. Ilocne
JBYXJIETHETO BO3pacTa CeMbs TiepecTajia KOHTAKTUPOBaTh
C COTPYTHUKAMH HE(DPOIOTUISCKOTO OTACICHMUS.

TakuM  o0Opa3oM, TepMHHaJbHasE XpPOHMYECKast
TToYeYHasi HEIOCTaTOYHOCTh pa3BWIACh Y OOJIEHOTO
C CHHIPOMOM AJBIIOPTa B MTOAPOCTKOBOM BO3pacTe,
CBOCBpEMEHHasI TPAHCILIAHTAIUS TPYITHOM ITOYKU U CH-
CTEeMaTUIEeCKOe MCITONh30BaHUE Ha IPOTSLKeHUU 15 et
MMMYHOCYITPECCUBHOM Teparmiy COMPOBOXIAINCH pea-
owrmrraneit mamueHTa. OMHAKO 3TO HE NCKITIOYWIIO TTe-
penavyy MyTaHTHOTO TeHa T0YepH.

OPUITNHAJIbHBIE CTATbU HE®POJIOrns

PazButue cunnpoma Iyamacuepa nocie TpaHCIUIaH-
TalMy TOYEeK BO3MOXHO, €CJIU MpPU Mepecaake MOYKU
3I0POBOTO JIOHOPa B KPOBU Y PELIMITMEHTA TMOSIBISIIOTCS
aHTHUTENA K aHTUTeHaM, OTCYTCTBYIOLUMM JO IMOYEYHOI
TpaHcmiaHTauuu. OTHaKO 3TO OCJIOXHEHUE BCTPEYaeTCst
HeyacTo.

BoJie3ns TOHKMX 0a3aIbHBIX MEMOPaH

Tepmunonoeus u snudemuonocus. bonesHb TOHKUX Oa-
3aJIbHBIX MEMOpaH — TeHETUYECKU JeTePMUHUPOBAHHAS
HEMMMYHHasT TJIOMEPYJIONaTHs, 3aBUCSIIAS OT MyTaIlu
reHoB KoJuiareHa IV tuna COL4A4/COL4A3, nposiBisi-
follasicsl TeMatypueit, B OOJbIIMHCTBE CIy4yaeB He UMe-
olllasi TEHACHUMU K MPOTrpecCUPOBaHUIO, TTOITOMY He-
peoKo Ha3blBaeMasl «CeMEMHOM n00pOoKayecTBEHHOM
reMarypuein».

Ilamoeene3 u dannvle Hegppobuoncun. B cBs3u ¢ 3THO-
JIOTUYECKON CBSI3bI0 OO0JIE3HU TOHKMX Oa3alibHbIX MEM-
Opan c myrauueir reHoB COL4A4/COL4A3 natoreHes
3a00JieBaHUSI OJIM30K TOMY, UYTO HAOJIIOMAeTCs MPU CUH-
npoMe Aubriopta. OfHaKO TMPU3HAKU IM33MOpUOreHes3a
0a3aTbHBIX MEMOPaH OTPAaHWMYMBAIOTCS WX NCTOHYCHHEM.
Kak nokazanu wuccienoBaHusi, B HOpME TOJIIMHA Oa-
3aJTbHBIX MEMOpaH KITyOOYKOBBIX KaIWJITSIPOB HAXOMUT-
cs BIipenenax 321156 HM, T.e. HUOKHSISI TpaHUIIa HOPMBI
coctaBysieT 256 HM [17]. Y GONBHBIX ¢ 60IE€3HBI0 TOHKHMX
6a3aTbHBIX MEMOpaH OTMeJaeTCsl BRIPaXKEHHBIN TUCMOP-
(b13M 3pUTPOILIUTOB, TPEBBIMICHBI ITOKA3aTeN, KOTOPHIE
BBISIBJIIIOTCSL  [IPU HECEMEMHOM CIIOHTAHHOI Tremarty-
puu [18]. s npoxoxaeHus: IMCMOPMHBIX 3pUTPOLIUTOB
yepe3 TOHKYI0 0a3zalibHYyl0 MeMOpaHy NOCTaTOYHA BeJv-
YWHA Mop B Ipeaenax 2,25 HM, puiemM 1ehoMrUpOBaHHbBII
SPUTPOLIUT KaK OBl BBUHYMBACTCS B 6a3aTbHYI0 MEMOpPaHY.

Kaunuueckas xapaxmepucmuxa. OCHOBHBIM  KIIM-
HWYECKUM TIPOSIBJICHUEM OO0JIE3HW TOHKUX Oa3aJbHBIX
MeMOpaH SIBJISIETCSI TeMaTypusi, KOoTopasi HabJjromaercst
MOXU3HEHHO; TPU 3TOM, Kak MPaBWJIO, He OTMeyaeTcsl
CHIKEHUs TIOYeUHBIX (yHKImi. [IpaBma, nuHamMude-
ckoe HaOJoieHue 3a MalMeHTaMM € paccMaTpyuBaeMbIM
3a00j1eBaHUEM T10KA3aJ10, YTO B HEKOTOPbIX CIyYasix, yxe
Y B3pOCJIbIX, OTMEYaeTCsl pa3BUTHE TMOYEYHON HeaocTa-
TOYHOCTU. DTO 3aCTaBJISIET OTHOCUTHCS C HACTOPOXKEH-
HOCTBIO K OTIPEIeTICHUIO «100pOKauYeCTBEeHHAs cCeMelTHast
remarypusi» [19]. bone3Hb ToHKUX 6a3aibHbIX MEMOpaH
MOXeT ObITh MpeapacnoaralomuM (GakTropoM K pa3Bu-
TUIO UMMYHHOW Hedponatuv. OMOPUOHAIBHO H3Me-
HEeHHble 0a3ajibHble MEMOpPaHbl ObLIM OCHOBOM ISl pa3-
BUTUS TJIoMepyioHedpuTa, ocobeHHo IgA-Hedponaruu,
YTO MOKa3aHO Ha OCHOBaHUM aHanu3a 487 ouoricuit [20].
Hamm TmipoaHanm3upoBaHBl BapWaHTHl KIMHUYECKOM
KapTUHBI y IeTel ¢ TOHKMMU Oa3albHBIMU MeMOpaHaMu
(TIpM 3JIeKTPOHHOUN MUKpockonuu 6oee 50% riomepy-
JIIPHBIX 0a3aJTbHBIX MeMOpaH OBUTM MCTOHYCHBI). Y BCeX
0OJIbHBIX ObLJ1a TeMaTypusl, HO B OTIEIbHBIX CIy4asix OHA
coueranach ¢ MPOTEMHYpUEH, B TOM YUCJEe C pa3BUTHEM
HedpoTuueckoro cuHapoma [21].

Ilox HammM HaOOAEHMEM HaXOmUTCS Mmanvuux M.,

POCCUNCKWIA BECTHUK NMEPUHATOJIOMNMN U MNEANATPUN, 3, 2014




Henamosa M.C., /laun B.B. HacnenctBeHHbIe 3a00/1eBaHUsI TTOYEK, MTPOTEKAIOIINE C TeMaTypueit

Yy KOTOPOTO C 6 JIET OTMeJaJlach M30JMPOBaHHAS MUKPO-
reMatypus. Y MaTepu TIOCTaBJIEH AMAarHO3 MoOYeKaMeH-
HOU Gojie3HM. MUKporemMaTypusl BBISIBJICHA Y MaJTbulKa
CTy4aiiHO, pacIieHMBaJach Kak ITPOsBJICHUE WHTEPCTHU-
MajgbHOTO HedpuTa. [emMaTypus mepcucTrpoBaia, ycu-
JIMBAsICh TIOCJIE PeCIUpaTOpHbIX MHekiumit. B 12 et
TTOSIBWJIaCh TIACTO3HOCTh BEK M royieHed. Bemok moum
— 0,165 r/n. TlocTtaBieH AMarHo3 TJoMepyJoHedpUTa
Y TIPOBENICHO JICYCHWE TIPEAHU30JOHOM. IlacTo3HOCTH
U TIPOTCWHYPHUSI WCUYE3TM, TeMaTypusl COXPaHsUIach.
B 13 net o6paTunuch B He(POJIOTUYECKYIO KIMHUKY Ha-
mrero uHcTUTyTa. OOpamano Ha ce0si BHUMaHue Ooiee
5 MaJTbIX aHOMaJTAIA Pa3BUTHST, UMEJICS TTIPOJIATIC MUTPATh-
HOro KJjanaHa. B Mode TpyqHO cocuMThIBaeéMblE 3PUTPO-
uuthl, 6enok 0,099 r/n. CHuXeHbl MoKa3aTeau aMMO-
HWO- U allUIOTeHe3a, BBISBJICHBI HUKTYPHSI, TIOBBITIICHUE
ypoBHSI (UOPUHOreHa, LMPKYJIMPYIOIIMX WMMYHHBIX
KOMIUIEKCOB B KpoBU. H1 y MasibumKa, HU y OIVDKaUIITIX
POINCTBEHHUKOB HapyIIeHU cIyXa HeE BBISIBICHO. Mmu-
KporeMaTypusl He MMeJia CEMEITHOTO PacIipOCTpaHEHUS.

[Tpu yeTpa3ByKOBOM UCCIICIOBAHUH BBISIBJICHBI T (-
(y3HBIC M3MEHEHUsI TIOYeYHO! MapeHXUMBI. 1o moBomy
MMEIOIIETOCS XPOHMYECKOTO TOH3WJUTATA ObITa TIpOBeIe-
Ha TOH3WJUISKTOMUSI, HO MUKPOTEMaTypHsI COXPaHsUIaCh.
[MocTeneHHO HapacTaia IPOTCHHYPHSI, UMeJIach TCHICH-
LIS K apTepUaIbHOM TUTIepTeH3MU. C MPEeNITOIOXKUTETb-
HBIM TUATHO30M OO0JIe3HM TOHKUX Oa3aJbHBIX MeMOpaH,
roMepysioHedpuTa OblIa TpOBeneHa HEehPOOHOTICHS.
[Ipy CBETOONITUIECKOM HWCCICIOBAHUU — ME3aHTHO-
TpodepaTUBHBIN TIIOMEPYJIOHE(DPHUT C OYaTOBBIM Tpa-
HysipHbIM cBedeHMeM C3 Ha 6asajbHBIX MeMOpaHax.
[Tpu 3nexTpoHHOI MUKpPOCKONUM IUPEPY3HOE NCTOH-
yeHHne 6azaibHbIX MeMOpaH (oT 50 mo 150 um) (puc. 6).
TpexcIoMHOCTh MeMOpaH He MPOCIIeXKUBaJIach, MMEJIach
UX CKJIamJaTocThb. [0MOIUTEI M 3HIOTETUOIIUTEI OTCUHHI,
BaKyoJIM3UPOBaHBI. B IMpocBeTax KamwuisIpoB 3HAYU-
TEJIBHOE KOJIMIECTBO 3PUTPOITUTOB.

Jvarso3: Me3aHTUONpoMGbepaTUBHBIN TIIOMEPYJIO-
HedpuT; 60J1e3Hb TOHKUX Oa3aJIbHBIX MEMOpPaH.

Takum 06pa3zoM, y peGeHKa C TOHKMMM 0a3ajbHbIMU
MeMOpaHaMU pa3BWJICST UMMYHHBIM TIIOMepYyTOHEMDPHUT.
IIpenpacnonararommmM (hakTopoM K Pa3BUTHIO TJIOMe-
pyJioHedpuTa Moria ObITh 00JIe3Hh TOHKUX 0Oa3ajlbHBIX
MmemOpaH. bonbHOMY HazHavyeH 3Han. Ha done aToit Te-
panuuy yepe3 6 Mec — TIPOTEHHYPHUSI ¥ apTepuabHasT TH-
TIePTEH3UST HE OTIPENeSUTNCh, TeMaTypusl COXPaHsUIacCh.
B cBete coBpeMeHHBIX ucciaenoBanuii C3-Hedpornatuu
BO3MOXEH TIEPEeCMOTP AMArHO3a.

Jleuenue. Korma CTOUT BOIPOC O TepareBTUICCKOMN
TaKTUKE 10 OTHOIICHUWIO K OOJIBHOMY C GOJIC3HBIO TOH-
KuX Ga3aJbHBIX MEMOpaH W M30JIMPOBAHHOM TeMaTypu-
eif, Iesecoobpa3Ho MccienoBaHe (GYHKIIMOHAIEHOTO
cOCTOSTHMS TTOYeK. JIOJKHO ITPOBOAMTHCS JICYCHUE WH-
TEPKYPPEHTHBIX 3abosieBaHmii. [TOBTOpHBIE BHpYCHBIC
1 6aKkTepuasbHble WHGOEKIIMA MOTYT TIPUBECTH K pa3-
BUTHI0O MMMYHHOUW Hedpormatuy Ipu O00JIE3HN TOHKUX

Puc. 6. Mopdonornyeckoe ucciaenopanue HedpoduonTara
oosibHOrO U., 1987 1. pokaeHus.

OnextpoHHass Mukpockorus. X 20 000. Crpenkoii ykazaHO
MCTOHYEHME IIOMEPYJISIPHOM Oa3aIbHOI MEMOpaHbI.

OazaibHbIX MeMOpaH, 4TO TpeOyeT Ha3HAYeHUSI UMMY-
HOCYITPECCUBHOM Teparii HACJOWBIIETOCS TJIOMEpY-
JoHedputa. Hamu npu couetaHuu OOJIE3HM TOHKMX
OazaJibHbIX MeMOpaH C IJIoMepyJIoHe(PUTOM TIpU TEH-
JEHITNHU K TIPOTPECCUPOBAHUIO 3a00JICBAHUS TSI KOPPEK-
IIMY CKJIEPOTUIECKUX M3MEHEHMI B TTOYKaX Ha3HAYaeTCs
n-ATl®. [Tpu 3TOM 0OTMEYaeTCs YMEHbIIIEHUE WU UCYe3-
HOBCHME TPOTCUHYPUHU, apTepUATbHONW THUIECPTCH3NH,
HO TeMaTypus COXpaHsIeTCs.

IIpoenos. TIporHo3 OOBIYHO OJIATOTNIPUSITHBIN, Hema-
POM CYIIECTBYET TEPMUH «I10OpOKAYECTBEHHAsA CeMeNi-
Has reMmarypusi». OmTHAKO AMCHaHCepHOe HaOIoncHUE
HEOoOXOMMMO, TaK KakK, BO-TICPBBIX, B HEKOTOPBIX CITyJa-
SIX TIOJ MacKoi OOJIe3HW TOHKMX 0a3albHbIX MeMOpaH
CKPBIBAeTCS CUHIPOMa AJIBITOPTA, BO-BTOPBIX, BO3ZMOX-
HO HacJIOGHUE TJIOMepyJIoHehPHUTa, TPEOYIOIIETO NUMMY-
HOCYITPECCUBHOTO JICUCHUsI, U, B-TPETbUX, CYIIECTBYIOT
JaHHBIE O BO3MOXHOM ITPOTPeCCUPOBaHUM OOJIE3HU TOH-
KUX 06a3a]IbHBIX MEMOpaH BIUIOTH 0 PAa3BUTHS TIOYSUHOMN
HEIOCTATOYHOCTH Y B3POCIIBIX JIIONEH.

CFHRS5 uedponatus/u3ommposannsiii C3-niomepyio-
Heput

OmHUM M3 HeTaBHUX TEHETUYECKUX OTKPHITHI B Ce-
MEIHOU TreMaTypuu OBIIO ONMMCaHWe HACJIEeICTBEHHO-
ro C3-riomepyioHedpuTa Kak pe3yjbTaTa MyTallud
rena CFHRS5 (CFHRS nedpomnatus). C. Deltas u coaBr.
(2013) [22] mpencraBuim HabaogeHue 3a 21 cembeit
Ha Kumpe, cumrtasi, 4To 3TO 3HOEMUYHAs IATOJIOTHS.
OpnHako rnmogo6Hoe 3a00JieBaHNEe ObLJIO OIMMCAHO U B IpY-
TMX CTpaHax, 0 YeM Te ke aBTopbl nucanu B 2012 . [23].
3aboneBaHue cBsizaHo ¢ MyTtauueit reHa CFHRS, npu-
Hamiexanlero cemeiictsy nsitu reHoB (CFHRS5 1-5),
pAacIIoONIOKEHHBIX Ha XxpomMocoMe 1q32, Koaupyroumux
0eJIK1, KOTOphIe TPUHUMAIOT YJaCTHE B PETYIISIIINN allb-
TepHAaTUBHOIO MyTU akKTUBauuu KomriemeHra. CFHRS
cBa3biBaeT C3b W JToKaIM3yeTcsl B TIIOMEPYJISIPHBIX OT-
JIOXKEHUSIX Y OOJIbHBIX C TJIOMepyIoHehpuToM. DTa HO-
Basg ¢opMa MHUKpOTeMaTypWH ObLla OITMcaHa paHee,
HO e¢ HacJIeNCTBEHHAs MPUPONA W IMaTodOU3NOIOTHIe-
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cKasl CBSI3b C CUCTEMOI aJibTEpHATUBHOTO MYTHU aKTH-
BallMM KOMIUIEMEHTa ObLIM HEU3BECTHbI. AHAJTOTUYHO
Me3aHruasbHass C3-rjaomepynonaTust Oblla M3BECTHA
¢ 80-X romoB MpOILIOTO BeKa, B TO BpeMsl KaK COBCEM
HeJIaBHO OBLIY BBISIBIICHBI MYTAIINU C TTOTepeit (hyHKIIMMI
B BaXXHBIX PETYJIATOPHbIX Oenkax, Takux kKak CFH (dak-
top H xommiemeHnTa), daxkrop I kommniaemeHTa u MmeM-
OpaHHbBIN KOhAKTOD, y MALMEHTOB C HACAEACTBEHHbIMU
HedponaTusiMu, XapakKTepU3YIOLIUMUCI W30JMPOBaH-
HbiMU C3 Me3aHTUMaTbHBIMU JEMO3UTAMMU.

B nocneaHee Bpemst akTUBHO U3Y4aeTCs BO BCEM MUPE
aTUMWYHBIN TEMOJUTUKO-YPEMMUUECKUI CUHApPOM [24].
ITpu 5TOM 3260/1I€BAHUM MOXET OBITh BbIpaxXkeHa MUKPO-
rematypus [25]. Ctajio O4eBUIHBIM, UTO B 3TUX CIIyJasix
TIPUIMHOM MUKPOTEMAaTypUHU SIBJISTIOTCST MYTallUM B psie
reHoB komruiemeHta — CFH, CFHRS, kommineMenTap-
Horo ¢akropa 1 (CF10), CD46 (MCP), CFB, xomrurte-
MeHTapHoro KommoHeHTa 3 (C3) u TpoMOoMoOjaelInHA
(THBO). Ilpu HedponaTusix, CBSI3aHHbIX C aTUMTUYHbBIM
IreMOJIUTUKO-YPEMUYECKUM CUHIPOMOM, OJJHOBPEMEHHO
C MUKpOTremMaTypueii, Kak paBuio, BbIsIBIsIETCS] HEDPO-
TUYECKUA CUHIPOM.

[Mox HamuMm HaGmogeHueM Haxonutcsas Mapovsaua b.,
13,5 net, n3 Kabapauno-bankapuu. B cembe 3a601eBa-
HUIA OPraHOB MOYEBOI CUCTEMBbI He BhISIBJIEHO. JleBouKka
ponunack B cpok ¢ Maccoir 2800 1, B 3 roma Obu1 auar-
HOCTUPOBAH OCTpPbI NuesoHehpUT, TPOBOIUIOCH Je-
yeHue aHTUOWOoTHKaMu. PeliuanBoB He Obuio. B cBsA3M
C TOBTOPHBIMM aHTMHAaMU B Bo3pacte 11 et nposeneHa
ToH3uudkToMus. B 13 ner mocne OPBUM ormerwin,
YTO MOYa CTajla pO30BOro LIBETA, MOSIBUJIKCH OTEKU JIn1ia
1 XUBOTa, 0OJIM B XXMBOTE, FOJIOBHAs1 00JIb, apTepUaib-
Hoe aaBieHue 140/100 MM pt.cT. BoisiBieHa MpoTeuHy-
pust (3,28 r/71), pUTPOLUTYpUS 10 7, JEUKOLUTYPUS
1o 25—30 B moje 3peHust, 6eok kposu 41,6 /1. Io-
CTaBJIeH AMArHo3: OCTPbIi roMepyaoHedpuT. JleueHue
npenHu3ooHoM (40 Mr/cyT) addexra He gaao, mpoBe-
JIEHO JIeYeHUE METUTIPEOM BHYTPUBEHHO U LIUKI0(hOC-
¢danoM. Habmronanoch yiydiiieH1ue COCTOSIHUS.

ITpu obcnenoBaHuM B Hallell KJIMHUKE OTMEYaIMCh
HOpMaJibHble aHaJu3bl Mouu. Mcuesna rumnomnporenHe-
MUSI, COXPaHSLIOCh MOBBIIIEHUE B KPOBU YPOBHSI XOJIECTE-
pYHA Y TPULJIULIEPUIOB, CKOPOCTh KIyOOUKOBOW (hUJib-
Tpauuu 112 mui/MuH. BbIsiBIeHO cHUXXeHUEe DYHKUIUU
MoyeK Mo TYOYJsSIpHOMY TUIY, CHWXKEeHUE BeauuuHbl C3
bpakuu KoMIuIeMeHTa 10 25,6 MT/IUT. AHAJIM3BI Ha CH-
CTEMHYIO MAaTOJIOTUIO OTpulaTesibHble. [1py moBTOpHOM
MOCTYIUIEHUU B KJIMHUKY B Bo3pacte 14 et mpoBene-
Ha Hedpobuorcus. [Ipu cBeToBoit MUKpocKonuu u3 21
KJ1ybouKa 3 — MOJHOCTbIO CKJIEPO3UPOBAHBI, 4 — C sIBJIE-
HUSIMU  (DOKAJTbHO-CETMEHTAHTAPHOIO TJIOMEPYJI0OCKJIe-
posza. U3aMeHeHus B HeppoOuonTare Mme3aHTruomnpoaude-
paTtuBHOro xapaktepa. Ilpu uMMyHOGII0OpECLIEHIUN:
C3, KpYNHOTpaHYJSIpHbIA B M€3aHTMU, UYTO COOTBETCT-
ByeT C3-rnomepyioHedpury. [Ipu a51eKTpOHHON MU-
KPOCKOIUM TOJIyYeHbI TaHHbIE, XapaKTEePHbIE IS MEM-
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opaHonpoiudeparuBHoro rioMmepyioHedbpura I1 Tuma
(60s1€3HDb MJIOTHBIX IETTO3UTOB).

Takum o0Opa3zoM, ciayyam MemOpaHorpoaudepa-
TUBHOTO TJIOMepyJIoHe(dpHUTa y HEKOTOPBIX OOJBHBIX,
ormucanHbie C. Deltas u coant. (2013), 1 MemOpaHOIIpO-
audepaTuBHOro riaomepyyoHedpura 11 Tuna, BbIsIBIEH-
HOTO y peOeHKa B TIPUBEICHHOM HAOTIONEHUU, TTO3BO-
JITIOT TIPEIITIONIOXUTE, YTO 3Ta (hopMa TIIOMEpYIIOITaThH,
BO3MOXHO, MMEET CBSI3b C TCHETUYCCKUMU (aKTOpamMu
1 OOYCJIOBJIeHA MYTAallMSIMUA B CHCTEMe KOMITJICMEHTA.
He uckimoueHo, 4TO IMpu HAPYIICHUSAX B CUCTEME KOM-
IJIEMEHTa BO3MOXKHO Da3BUTHE IATOJIOTUM, K KOTOPOM
otHocutcsi u Clg-HedponaTusi, Mpu KOTOPOIl BbIpaxe-
HBI MUKPOTEMAaTYpHs 1 HePOTUUECKUI CUHAPOM [26].

IMon HamuM HaGmoneHuem Haxonutcs: Cogos C.,
3 net, u3 [logMockoBbs. JleBouka u3 cembu, Tae y Oa-
OYyIIKW IO JMHUM MaTepyd MoOUYeKaMeHHas Oo0Jie3Hb
1 OpoHXMambHasA actMa. bepeMeHHOCTh y MaTepu IIpo-
TeKajla ¢ yrpo30i mpepbiBaHMs. B Bo3pacte 2 jieT y ne-
BOYKM OTMEUAJIMCh ITOBTOPHBIC SIBJICHWS WHOEKIMT
MOYeBOll cucTeMBbl. Jleumnach aHTHOAKTEPHATbHBIMU
cpenctBamMu. B 3 roma mpwW MOCTYIUIEHWU B METCKUU caf
B aHanuze Mouu 10 100 spuUTPOLIMTOB B MOJiE 3pEeHUsI,
6enok — 3,3r/n. Ilpu nocTymieHUM B MECTHYIO OOJIb-
HUILy COXpaHSIaCh MUKPOCKOITMYECKasi TeMaTypusi, 00-
HapyXeHbl J1JabopaTopHbIe MPU3HAKA HEePPOTHUECKOTO
cuHapoMa. [lpu MOCTyTUIeHWM B Hally KJIMHWKY BBIpa-
XeH TOPMOHOPE3UCTECHTHBIM He(MPOTHUECKUI CUHIPOM.
ITpu Hedpobuorncuu onpeaessics GOKATbHbINA CErMEH-
TapHBIA TJIOMEPYJIOCKIIEPO3 M KUCTO3HBIE W3MEHECHUS
KaHaJIblIEB C OTCJIONKO WIETOYHON KaeMKu. B cBs3u
¢ OOHapyXeHUEeM TIPU UMMYHOMITIOOPECIIEHIIMHA  TI0JI0-
XuTeabHOM peakiy Ha Clq, BeposSITHO, Y peOeHKa nMe-
et mecto Clg-Hedponatusi.

B BuIe 3aKTI09eHISI HEOOXOIMMO OTMETHTD, UTO T -
depeHIIMPOBaTh MUKPOTEMAaTypUM B paHHEM IETCKOM
BO3pacTe TIpU CUHApPOMEe AJbITOpTa (Kak X-CIeTUIeH-
HOM, TaK W ayTOCOMHO-PEIICCCUBHOM), TIpU OOJIe3HU
TOHKUX Oa3zaibHbIX MeMOpaH, npu CFHRS5 Hedponatuu
U Ipyrux opMax ceMeiHHON TeMaTypuu ¢ ToKa elle He-
W3BECTHBIMA TIPUYMHAMM — OYEHb CIIOXHAs 3amava.
CylecTBeHHOE 3HAYCHHE MMEeT aHaju3 POJOCIOBHOM
IUTSI OTIpeie/ICHUsT TWIIa HacJIeOBaHM; BO3pacTa, B KO-
TOPOM Yy IPYTUX WICHOB CEMbU TTOSIBUIIACH TIPOTCHHYPHSI,
XpOHMYECKasi 6OJIe3Hb TTOYEK M XPOHUUYECKAs TTOYeTHast
HEIOCTaTOYHOCTh; HATMYWS CCHCOHEBPATBHOU TIIYXOTHI
W HapyIIeHUsI 3pEHUs] Y POICTBEHHUKOB.

HccnenoBaHusi JOMKHBI BKJIIOYaTh HedpoOUOMCHUIO
1 MOJICKYJIIPHO-TEHETUUECKUI aHaJIM3 C IEJIbI0 BBISB-
sienust mytauuit reHoB COL4 vnu CFHRS. DT uccneno-
BaHMS JOJDKHBI OBITH TIPOBEACHBI HE TOIBKO OOIHHOMY,
HO TaKXXe €r0 POTUTEIISIM U crOcaMm.

B nocneaHee Bpemsi B Hallleit Heposoruueckoi Kim-
HUKE 00CIIeIyeTcss MHOTO OOJIBHBIX, Y KOTOPHIX B TIEPBBIE
MECSIIB TIOCTIe POXKICHUS OTMEJaeTcs] MUKporemary-
pusi, ycunubatoinascsi nocie OPBU. Ilpennonaraercs
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Hannuue IgA-Hedponatuu, KoTopasi MOATBEPXKIAETCS
MpY MpoBeleHUM ToveyHoii ouoricuu. bone3Hb bepxe
10 CYIIECTBYIOIIMM KJIACCUYECKUM MEPKaM HE OTHOCHUT-
Csl K HACJIEACTBEHHBIM 3a00JIEBAHUSIM, XOTSI U BbICKA3bI-
BaeTCsl BO3MOXHOCTb T€HETUYECKOIO Mpeapacronoxe-
HUSI, KOTOPOE peann3yeTcsl Mpu BO3AEUCTBUU BUPYCHOM
uHdexuuu npu OPBU. X. Zhou wu coaBt. (2013) [27]
rmokaszanu, 4to 25% rerHoB FCGR 1ipu ux moauMopdus-
M€ CO3/Ial0T OCHOBY JUISl IPEAPACTON0XEHHOCTH K IgA-
Hedbponatuu. Hawnbosee BbIpaxkeHHasl accouUalus
IgA-Hedponatuu ormeuvanach ¢ BapuaHtamu FCGR2B
rs12118043 (p = 8,74+ 103, OR 0,76; 95% CI 0,62—0,93)
u FCRLB 134657093 (p = 2,28+1073, OR 0,77; 95% CI
0,65—0,91). Takum oGpa3oM, XxoTs OGoJjie3Hb bepxe
HEeJb3s OTHECTU K FeHETUYEeCKU NeTePMUHUPOBAHHBIM
HedponaTusiM, HO BbISIBIEHHBI MOIMMOPGU3M TE€HOB
FCGR HameuaeT nyTu AajIbHEUIIero u3ydyeHus npejapa-
CIOJIOKEHHOCTHU K 9TOI MATOJOTHU.

Cpenu opdaHHBIX 3a00JIeBaHUI TTPUBJIEKaeT BHUMA-
Hue Gose3Hb Pabpu, MPU KOTOPOH TaKKe BBISBISCTCS
MuKporeMatrypus [28]. TunMuHbBIM MPU3HAKOM 0O0JIE3HU
CIIYXKUT aHTMOKepaToMma, HO MPpY Pa3BUTUM TMOYEUHOTO
CUHIpOMA XapaKTePHO MOSIBJIEHUE MUKPOCKOMUYECKOM
reMarypuu. HyXHO 1 OTHOCUTbH 3Ty Ba3omaTuio K 00-
JIE3HSIM C TUITUYHOW MUKpOreMaTypueil — BOMpoc, Tpe-
OyIOLIMIA CTIELIMAIbHOTO U3YYEHUSI.

Kacasicb reHeTMueckux acrnekToB, KOTOpble B Ha-
cTosilee BpeMsT XOpOIIo M3y4YeHBI Tpu 6oye3Hn Pa-
Opu, HEOOXOAMMO OCTAaHOBUTHCS Ha CJIEIYIOLIEM:
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