Cunapom ANBIIOPTA,
00J1€3Hb TOHKHX 0a3aJIbHBIX
MEMOpaH

BbinonHuna: ctyaeHTKa 6 Kypca 13 rpynnbl neguaTpuyeckoro
¢dakyneTeTa

KapunHa Banepus BukropoBHa




CHUH/IPOM AJIBIIOPTA

CuHapOM AJIBIIOPTA - HEUMMYHHAS! TCHETUYECKU JIETCPMUHUPOBAHHAS [JTIOMEPYIIOIATHs,
OOyCJIOBJICHHAs] MyTalliel I'€HOB, KOAUPYIOIMMUX KoJlareH 4 Tuma OazajibHbIX MEMOpaH,
IPOSBIISIIONIASACS TEMAaTypuel W/ WiIW MPOTEUHYPUEH, IPOrPECCUPYIONIUM CHUXKECHUEM
MOYCYHBIX (DYHKIIUM, HEPEJIKO COUETAIONIASACS C MAaTOJIOTUEH ClTyXa U 3PEHHUSL.

ITo AMUAESMUOJIOTHYSCKUM Hereditary Nephritis or Alport Syndrome

JAHHBIM B Poccun yvactora CA Kidney Abnormality - Glomerulonephritis
Cpeau  JETCKOM  MOIYJISALUHU
COCTaBIIIIA 17:100000
HACEJICHUSA

CA ommcan y IpeacTaBUTENCH
BCEX pac Ha BCEX KOHTUHEHTAX.

Glomerulonephritis, Deafn: s and Visual
Abnormalities

pe

ePainAssist.com



DTHUOJIOI'UA U ITATOI'EHE3

! Cungpom AJbIiopTa HACIEAYETCS MO ayTOCOMHO-IOMUHAHTHOMY THITY, YaCTUYHO CLEIUICH
C noJioM. boibHBIE MYKUMHBI-TE€TEPO3UTOTHI CIIOCOOHBI IepenaBarh J1€()EKTHBIN TeH
TOJILKO JJOUEPSIM, OOJIbHBIE KEHIIIUHBI - OOJIBIIIECH YaCTH JOUYE€PE U CHIHOBE.

) I'enetnueckast ocHOBa 0OJIE3HU - MyTallus B T€HE a-5 1enu KojareHa IV tuma. DToT Tl
yHHUBEpCaJCH [IJig Oa3albHBIX MEMOpaH IIOYKHM, KOXJICAPHOI'O ammapara, KarcCyJibl
XpyCTaJIMKa, CETYaTKW MW POTOBHUIIBI IJIa3a, 4YTO JOKA3aHO B HCCICIOBAHUIX C
MCIOJIb30BAHMEM MOHOKJIOHAJIBbHBIX aHTUTEI IPOTHUB 3TOM (PpaKIMM KOJIjIarcHa.

) Ilpn uccnegoBanum OuornTaTa IMOYEK y OOJBHBIX C CHHAPOMOM AJbHOpTa IO JaHHBIM
AJIEKTPOHHON MHKPOCKOIMHK HAOIIOAAIOTCS YIBTPACTPYKTYpPHbIE M3MEHEHHUs Oa3zajabHOMN
MEeMOpaHbl  KJIyOOYKa: MCTOHYECHHE, HApPyLICHHWE CTPYKTYpbl M  paclleIlJICHUE
IJIOMEPYJISIPHBIX Oa3adbHBIX MEMOpPaH ¢ U3MEHEHHUEM €€ TOJIINHBI 1 HEPAaBHOMEPHOCTBIO
KOHTYPOB.

) Ha paHHuX cTagusx HACJIEACTBEHHOro HedpuTa AC(EKT OIpeaessieT HUCTOHUYCHUE U
JIOMKOCTB TJIOMEPYJISIPHBIX 0a3ajibHbIX MEMOPaH.

| Ilpm mnporpeccupoBaHuy 3a00JCBaHMS BBIABISCTCS YTONIICHHE M BBIpaKCHHAS
ACCTPYKIMS 0a3aIbHBIX MEMOpaH KIITyOOUKOB.
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* [lomumopdpusm yabTpacTpykTtypbl BbM KIy00YKOBOI0 KanW/LIApa. Y4YacTKH
Pa3JIMYHON TOJINUHBI, MOTEPS TPEXCIOMHOCTH, PACCJIOCHHE U [1e30PraHU3ALUSA
J10THOM miIacTuHbl (Lamina densa).

* boabnou C. 8 jeT. /Iluarnos: CMHAPOM AJIbIIOPTA




BoI1e/110T TP BAPMAHTA HACJIEACTBEHHOI0 HehpuTa:

I BapuaHT - KIMHUYECKU
IPOSBISACTCS HEPPUTOM C
reMarypueu, TyroyXoCThbrO
U OPAXKEHUEM IJ1a3.

Teuenue Hedputa
IIPOTPECCUPYIONIEE C
pazButueM XIIH.

Tun Hacjie10BaHUA -
JIOMUHAHTHBIM,
CLICIIJIEHHBIN ¢ X-
XPOMOCOMOW.

Mopdosornyecku
BBISIBJISIETCS] HAPYIIICHUE
CTPYKTYphbl 0a3aabHON
MEMOpaHbI, €€ UCTOHYCHUE
U pacuieIuieHue.

11 BapuaHT- KIMHUYECKH
MPOSIBISIETCS HE(QPPUTOM C
reMarypuen 0e3
TYTOYXOCTH.

Teuenue Hepura
IPOrPECCUPYIOIIEE C
pazButueM XII1H.

Tun Hacjie10BaHus -
JTOMHWHAHTHBIH,
CLICTIJIEHHBIN ¢ X-
XPOMOCOMOW.

Mopddoaornuecku
BBISIBJISICTCSI HCTOHYCHHUE
0a3za’abHOM MEMOpaHbI
KaWJLJISIPOB KIyOOUKOB
(ocobenHo laminadensa).

111 Bapuanr -
T00pOKaYeCTBECHHAS
CEMEHHAas reMarypusi.

Tewenme OmaronpusTHOE,
XPOHUYECKAs IMoYeUHasl
HEJIOCTAaTOYHOCTh HE
pa3BHUBaAECTCH.

Tun Hacjie10BaHUA -
ayTOCOMHO-JOMWHAHTHbII
WJIM Ay TOCOMHO-
PELIECCUBHBIN.

[Ipu ayTocOMHO-
PELICCCUBHOM THIIC
HACJICIOBAHMS Y *KCHIIMH
OTMeUEeHO 00JIee TSIKEII0e
TeueHue 3a00IeBaHusl.




KINMHUYECKASA KAPTUHA

KnuHuka oOHapy>KMBaeTCs Ha IepBoM MM (yaiie) 3-5-M rojax *Ku3Hu peOcHKa.
Teuyenue Hac/IeACTBEHHOI0 HePUTA MOKET XapPaKTEPU30BATHCA NMPHU3HAKAMM:
| rmomepynonedpuTa reMaTypuIecKor (hOpMHI,
| pexxe oH mpoTekaeT ¢ He(POTUUECKUM CUHAPOMOM
| 1o mo nmuenoHePPUTHICCKOMY THUITY

B HayaJbHOM cTaAuU 00JI€3HM CaMOYYBCTBHE PEOCHKA CTPAIACT MaJIo, XapaKTepHON
O0COOCHHOCTBIO SIBJISIETCSI YIIOPCTBO M CTOMKOCTh MOYEBOT'O CHHIPOMA:

| remaTypus pa3IdyHOM CTENEHU BhIpaKEHHOCTH, HabmromaeMas B 100% ciyuaes.

| mporemHypus B OOJBIIMHCTBE CIy4acB HE MIPEBhIIAET 1 I/CyT, B HaJanie
3a00J1€BaHUS MOXKET ObITh HEOCTOSIHHOM, 110 MEpe MPOTrPECCUPOBAHMUS MpoIecca
IPOTEUHYPHUS HapacTaeT.




B nanpHeleM NpoucxXoauT HapyllIeHHE NapliHaIbHbIX PYHKIUN MOYEK, YXYIIICHUE
OOIIIEr0 COCTOSTHUSI OOJILHOTO TOSIBJISIFOTCS

| WMHTOKCHUKAaIU,

| MpIrevHast ca1abocCTh,

| aprepmanbHas TMIIOTOHUS,

| mapymenue cinyxa u Hapymenue 3peHus (B 20% ciyyaen ).
Haunbonee yacTo BBISBISIOTCS aHOMAJIMU CO CTOPOHBI XpyCTaIUKa:

I chepodakus,

|| JeHTHUKOHYC HNepeaHMH, 3aJHUN U CMEIIaHHBIN,

| pa3zHOOOpa3HbIC KaTapaKThI.

) CHwxeHHe cliyXa IpU CHHAPOME AJIBIIOPTAa MOKET BO3HUKHYTh B Pa3IUYHbBIC TICPUOIBI
JIETCTBA, OMHAKO Yalll€ BCETO TYTOYXOCTh JUATHOCTUPYETCA B Bo3pacte 6-10 Jier.

! Hauwmnaercs CHMKEHHUE ClTyXa y AETEH C BBICOKHX YAaCTOT, JOCTUTAsl 3HAYUTEIIBHOU
CTEIICHU MPX BO3AYITHOM U KOCTHOM ITPOBEJICHUM, IIEPEXOIS U3 3BYKOIIPOBOIAIICH B
3BYKOBOCHPHHUMAIOIIYIO TYTOYXOCTb.




JIlmarHocruka

Josa qmarnoctuku CA Heo0X0AuMO NPUCYTCTBUE TPeX U3 MATH NPU3HAKOB:
| reMarypus uim jetaibHbld ucxoj oT XITH B ceMbe;
| reMarypus W/Miad NPOTEUHYPUS B CEMBE;

| cnenududeckue usmeHeHus: bM ki1y004koB y OOJbHOIO MPH AIECKTPOHHOM
MHKpockonuu (OM) Ouornrara;

| cHmKeHHe CJIyXa 110 JaHHbIM ayIHOMCTPHUYICCKOI'O UCCIICIOBAHMAI,
[ BPOXICHHA I1ATOJIOI'UA 3PCHUA.




dparMeHT POAOCIOBHOI CEMbHU ¢ CHHAPOM AJILIIOPTA
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JInppepeHnaabHAA THATHOCTHKA

C zemamypuyeckoil hopmoii npuodpemenHozo 2nomepyionepuma.

[IprnoOpeTeHHbIN roMepyIoHEe(PUT UMEET Yalle OCTPOEe Hayajo, nepuoj 2-3
HEJl TI0CJIe NMEePEHECEHHOM MHMEKIMHU, SKCTpapEHAIbHbIC MPU3HAKU, B TOM YMCIIC
TUIICPTEH3UI0 C TIEpBBIX JHEM (Ipu HACIEACTBEHHOM HedpHUTe, HaIpPOTHUB,
TUMNOTOHMS), CHIDKEHHE KIyOOUYKOBOM (PUIILTpAIlMM B Hadajle 3a00JIEBaHMS, OTCYT
CTBHE HApYyILICHHUS IapldaIbHBIX KaHAJIbLEBBIX (PYHKLMH, TOrAa KakK IPHU HaCIEH
CTBEHHOM OHH IPUCYTCTBYIOT.

[IpnoOpeTeHHBIN  IJIOMEPYJIOHEPPUT MPOTEKAeT C 0oJee BBIPAXKECHHOMN
reMaTypuen 1 NpoTeMHypHUeEn, ¢ yBenmaeHHon COD.

JInarHoCTMYECKOE 3HAUYEHHWE HMMEIOT TUIHUYHBIE M3MEHEHHUS TIIOMEPYJISIPHOM
0a3zaabHOM MEMOpPaHbl, CBOMCTBEHHbBIC HACJICACTBEHHOMY HE(QPHUTY.




Jleuenue

AHTUNPOTEUHYPUYECKaa Tepanus
NepBaa nuHusa (MAIMD):

' pamunpun B gose 1-2 Mr/m2 /cyrT,
'l dHananpwun B 4O3MPOBKe BAOBOE Bblle (2-4 Mr/m2/cyT),
[l n3auHonpun, o3nHoNpun, KBMHaNpun B OO3MPOBKE BYETBEPO Bbille (4-8

Mr/mM2/cyT)

BTopou nuHuen ABNAKOTCA 6510KaTOpbl peuenTopoB aHrmoreHanHa (bPA):

[ nosaprtaH B gose 12,5 mr/m2/cyT, yoBamBas 003y Kaxagble 3 mMecsdua go
OOCTMXEHNS1 MakCcuMarbHOW 003bl (MPpY OTCYTCTBUMU NODOYHBbIX adpdpekToB) 50
Mr/M2/cCyT,

[ npbucapTtaH — TponHas aosa nosapTana (37,5 mr/m 2 /244),

[ BanbcapTaH — 1,5 go3a nosaptaHa (18,75 mr/m 2 /244) (HI).

_IlMoka3aHa rocnutanuna3aumsa B CTalMoHap C LEenbi KOHTPONbHOrO obcrnenoBaHus 1
pa3 B 6 MecaLeB, aMbynaTtopHoe HabntogeHme.




C HacTyIUICHHEM XPOHHYECKOM IMOYCYHOM HEAOCTATOYHOCTH IPOBOAMTCS KOMILICKC
MEPOIPUITUI M0 JICUECHUIO apTEPUAIILHON TUIIEPTEH3UU, AHEMUU, JJIEKTPOJIIUTHBIX U KOCTHO-
MUHEPAJILHBIX HAPYILIEHUN, JAATIA3 U TPAHCILUIAHTAIUS [TOYKHU.

JledeHue MPOBOAUTCS MOJ PETYISAPHBIM KOHTPOJIEM YpOBHA Kayivd. lloBellIeHHE €10
YPOBHSI MOXKET OBbITh CBsizaHO ¢ AeilicTBueM HAII® wnm BPA m TpeOyer CHHMKEHHE J103bI
npenapara Ha 50%, a Ipyu MEPCUCTECHIINY THIIEPKATUEMHUHN — MOJIHAST OTMEHA TEPaIlH.

B TepmunanbHou craguu XIIH BeINONHAIOT reMoauanv3 Wi TPaHCIUIAHTALUIO
ITOYKH.

Bropuunas npoduiaakruka. B cembsax ¢ X-cuemieHnon popmoit CA 1pu U3BECTHBIX
MyTalMsaX BO3MOXKHA IPEeHATalbHAasA JUATHOCTUKA, YTO KPANHE BAXKHO, €CJIU 10 MYKCKOTO
oJja.

IlepcnektuBbl B Tepanuu CA. PeanbHBIX NEPCHEKTHB pa3pabOTKH STHOTPOMHOU
tepanu CA B HACTOSIIIEE BPEMS HET.




TeueHne 1 UCX0J1 3a00JIeBaAHU

* TeyeHne U UCXOa 3a00JIEBAHMA 3aABUCIT OT oJa OOJIbHBIX.

*Y wmanpunkoB paHo (¢ 10-15 mer) pa3BuBarOTCA TUNEPTECH3US W XPOHHUYECKAS
IMOYE€YHas HEAOCTATOYHOCTh. CMepTh HacTymaeT B Bo3pacte 15-30 Jier.

* ¥V neBodek 3a0o0lcBaHHE IMPOTEKAeT dYallle CKPBHITO B BHJE TIeMaTypHUECCKOIO
cunapoma. MHOTAa 3TO coueraeTcs ¢ HapyIISHUEM CyXa.

* ConyTcTBytone 3a00JeBaHUSI W MEPEyTOMJIECHHUE MOTYT OBbITh IPUUYUHOMN
JEKOMIICHCAIINU U MPOrPECCUPOBAHUS OOJIE3HMU.




bose3Hb TOHKHUX 0a3aIbHBIX MEeMOpaH

.| JloOpokauecTBeHHasi ceMeliHasi reMaTypusi (00JIC3Hh TOHKHX 0a3ajbHBIX MEMOpaH) -
HACJIEICTBEHHOE 3a00JIEBAaHUE, EM0 OCHOBHOW MPU3HAK - UCTOHYEHUE Oa3aaIbHOM
MeMOpaHbI KJIIyOOUKa.

| B otnimume oT cuHapoMa ANbIIopTa, JOOpPOKaueCTBEHHAS CeMelHas reMaTypus MpoTeKaeT
OJIaronpusITHO U HE MPUBOAUT K PA3BUTHIO ITOYEYHON HEJOCTATOYHOCTH.

|| DTronorus u naToreHes 3a00eBaHUsI U3YYCHBI TIJI0XO.

| Knuanveckasi kKapTuHa. 3a00JIeBaHUE MPOSBIIICTCS BO B3pOCiIoM Bo3pacTe. OCHOBHOM
CHMIITOM - PELUIMBUPYIOIINAE MPOTCUHYPHUS ¥ TEMATYPHSL.

| Ilatomopdosorust. MaKpoCKOIIMYECKH IMOYKH HE UMEIOT XapaKTEePHBIX
M3MEHEHUM. I3MeHeHH# B KITyOOUKaxX OOBIYHO HE ONPEACIAIOT, B SIIUTEINHA KaHAJIBIIEB -
BaKyoOJIH, CojJieprkalye 0eJIoK U JTUIUIbl. UMMYyHOTMCTOXUMUYECKH UMMYHOIJIOOYJIUHBI U
KOMILJIEMEHT He 0OHapy>kuBaroT. [ ToMepyisipHas OazajnbHas MeMOpaHa HCTOHYEHA, €€
TPEXCIONHOCTH COXPAHEHA.

| Mcxoapl 1 ocjioxkHeHHs. [IporHo3 01aronpusSTHBINA, POIOJDKHTCIBHOCTD KU3HHU HE
YMEHBIIIEHA, [I0Y€YHASA HEJOCTATOYHOCTh HE PA3BUBACTCH.




Puc. 2. BazansHsie memBpansl npn BTEM u CA (cobicTeennmie

BNEKTRPOHHO~MHUKPOCKONMYECKHE faMHsie)




CIIACHUBO 3A BHUMAHHWE




