


HacneactBeHHbIN HepUT
(CnHgpom Anbnoprta) -
HacnegcTBeHHoe 3aboneBaHue,
XapaKkTepuayrulieecs
nopakeHNeM roYek C
N3MEHEHUAMMN MOYEBOIO OcajkKa
( remartypus , NPOTEUHYPUS ,
nenkouutypmus , baktepuypus ),
HapyLwleHusamu cnyxa . IHorga
HabsogarTCAa NOPOKU pasBUTUS
NOYEK, OPraHoB 3pPEHUS.
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« B 1927 r. A Alport BnepBble BbiABUIT TYTOyXOCTb Y
HEeCKOSbKMX pOA4CTBEHHUKOB C remartypuen B 1972 .y
BOSIbHbLIX C HAcNeacTBEHHOM remaTypuen npu
MOPJONOrnyeckn nccnegosaHnm novyedHom TkaHu Hinglais
et al. BbiaBMIIM HepaBHOMEPHOE pacLUuMpeHne u
paccnoeHne rnomMepynspHbix 6asansHbix MembpaH. B 1985
r. Oblnia naeHTuduumpoBaHa reHeTn4eckasi OCHoOBa
HacnegcTBeHHOro HedpuTa - MyTauusa B reHe konnareHa |V
Tmna (Fiengold et al., 1985).



* JOnunaemunonormnaPacrnpocTpaHEHHOCTb CUHAPO
Anbnopta coctaBnsget 1 cnyyan Ha 5000 HaceneHusa. B
[epmaHuu cuHgpom AnbnopTa gmnarHoctmpyetca npun 17 us
1000 Hedpobuoncun, 3% crnydaeB XPOHUYECKON NOYEYHON
HeOOoCTaTO4YHOCTU Y OEeTEN CBA3AHO C CUMHOPOMOM
AnbnopTta.2,3% noYeyHbIX TpaHcnaHTauMn NpoBognUTCS
nauueHTam c cuHapomom ArnbnopTa. 13 BO3MOXHbIX TUMNOB
HacnegoBaHUA cuensieHHoe ¢ X-XpoMOcoMou - Hanbornee
pacnpocTpaHeHo npu aton natonormn.Y. Uraoka n coaBrT.
obHapyxmnu, 4to 17,2% ANOHCKNX OeTEN C CUHOPOMOM
Anbnopta He MMEKT CEMENHOro aHaMHe3a NoYe4YHOoro
3abonesaHud. Ilo gaHHbIM R. Shaw 1 R. Kallen, yactoTa
MmyTaumm coctaengdet 1 Ha 100 000 HaceneHuq.



e ['eHeTMYecKass OCHOBA 00JIE3HU - MyTallUs B T€HE
a-5 nenu kojuiareHa IV tuma. 91oT TUll yHUBEpPCATIECH
11 0a3allbHBIX MEMOPAH ITOYKH, KOXJICAPHOTO

arirapara, Karcyjibl XpyCTalnKa, CETYaTKU U

POTOBUIIBI IJ1a3a, YTO JI0KA3aHO B UCCIIECIOBAHUSIX C
MCIIOJIb30BAHMEM MOHOKJIOHAJIBbHBIX AHTUTEN IIPOTHUB
3TOM (Ppakiuu KoJuiareHa. B rmociegnee Bpems

YKa3bIBAOT HAd BOZMOKHOCTb IIPUMCHCHMUA

K-

30H0B 151 IPEeHATAIbHON TUAarHOCTUKH
HACJICACTBEHHOIO HEPpHUTA.
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SII0T TPH Bap
TCTBEHHOTO He]

e | BapuaHT - KIMHUYECKU MPOSBIISICTCS HEPPUTOM C
reEMaTypuen, TYTOyXOCThIO U TMIOPAKECHUEM IJ1a3.

e Teuenue HedpuTa porpeccupyromiee ¢ pazsurueM XIITH.
Tun Hacjaeg10BaHUS - JOMUHAHTHBIN, CHCIJICHHBIN C X-
XPOMOCOMOM.

* Mop}o0ruyecKHu BhISBISACTCA HAPYIIEHUE CTPYKTYPBI
0a3zanbHOM MEMOpaHbI, €€ MICTOHYCHHUE U PaCIICIICHUE.



- 7
nposBnaeTcd HepuUToMm C
rematypuen 6e3 TyroyxocTu.
Te4yeHUe HeppuTa
nporpeccupyoLlee ¢ pasButmem
XIH.

Tun HacnepgoBaHUSA -
NOMWHAHTHbIN, cUenneHHbIn ¢ X-
XPOMOCOMOMW.

Mopdonornyecku BbISABNAETCS
NCTOHYEHME Ba3arnbHON MeMOpaHHbI
Kanunnspos Kriybo4koB (0COBEHHO
laminadensa).




BAPUAHT - JOOPOKAYECTBEHHAS CEME
Tewenue OmaronpusTHOE, XpOHUYECKAs TIOYCHHAS
HEJI0OCTAaTOYHOCTh HE Pa3BUBACTCHL.

e Tum HacJIeA0BAHUA - AYTOCOMHO-JOMUHAHTHBIN WUJIN
ayTOCOMHO-peleCCUBHBIN. [Ipu ayTOCOMHO-pereCCUBHOM
TUIE HACJICAOBAHUS Y KCHIIMH OTMEUEHO 00JIe€ THKEI0e
TeueHue 3ad00IeBaHusl.



ciyxa. B OCHOBE JIE)KUT COYETAaHHBIN JEPEKT CTPYKTYPHI
KoJIareHa 0a3aIbHOM MEeMOpaHbI KITYOOUKOB IOYEK, CTPYKTYP yXa
1 nia3za. ['eH Ki1accu4eckoro CuHIpomMa AJbIIopTa PacIioioxKeH B
nokyce 21-22 q aJmumHHOTO 1mj1eda X-XpoMOCOMBbI. B OONBIIIMHCTBE
CJIy4aE€B HACJIEAYETCS M0 JOMUHAHTHOMY THUITY, CLIETIJIEHHOMY C
X-XpOMOCOMOM. B CBS3M € 3TUM y MYKYMH CUHJIPOM AJIBIIOPTA
IPOTEKAET THKEIIEE, TaK KaK y KECHITUH (PYHKIAS MYTAaHTHOTO
reHa KOMIICHCUPYETCS 340POBBIM aJlJIEJIEM BTOPOH,
HETOBPEKICHHON XPOMOCOMBEL.

- KonnareH IV Tnna, Bxogswmn B CoCTaB rfioMepynsapHou
~ “BasanbHon membpaHbl, COCTOUT B OCHOBHOM 13 ABYX al-Lenen

. (IV) n ogHon a2-uenu (1V), a Takke cogepxut a3, a4, ad-uenu.



OPQOJOTHYECKH IIPU DJICKTPOHHOM MHKPOCKOII SIS
HCTOHYEHHUE U PACCIOCHHUE IIIOMEPYISIPHBIX 0a3ajibHbIX MEMOpPaH
(ocobenHO lamina densa) u HanUUME JIEKTPOHHO-IIOTHBIX
rpaHyl.

IJ1oMepyJuT Npu CUHAPOMe AJbIIOpTa BCEIla HOCUT
MMMYHOHETaTUBHBINA XapaKTep, YTO OTJIUYAET €TI0 OT
IJIOMepyIoHe(PpHUTa.

XapakTepHbl pa3BUTHE aTPO(PUU KaHAJIBIIEB,
TUM@OTUCTHOLMTApHAS UHOUIBTPpAIY, HATUYNUE ""TIEHUCTHIX
KJIETOK" C BKJIFOUCHUSMH JIMIIMIOB - JIUIIO(araMu.

IIpu nporpeccupoBaHuu 3a001€BaHUS BBISBIISICTCS YTOJIICHUE

. ..} BBIPO)KEHHAS JIECTPYKIMS 0a3aIbHBIX MEMOPAH KITyOOUKOB.
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e CUMNTOMBbI BKIIOYAIOT B CeOA:
« AHOMAarnbHbIN LUBET MO4M,
* OTekn,KpoBb B Moue,

* CHMXXEeHMEe nnu noTteps 3peHns (Yawle
BCTPEYAETCA Y MYXUMH),

* bornb B NOsACHULIE,
* [NoTeps cnyxa (Yalle BcTpedaeTcs y My»X4YnH),
- OTeKM BOKpPYr rnas



XOTS BBIPAXKEHHOCTh CUMIITOMOB MOYKET MEHSTHCA OT YEJIOBE
Y B 3aBUCUMOCTH OT BO3pacTa u nosja. boJIbIIMHCTBO CEMEU C 3TOMN
MATOJIOTUEN XOPOIIO BIUCHIBAIOTCA B CIEAYIOLIYIO KIACCU(UKALIUIO:

)
2)
3)
4)

5)

JTOMUHAHTHBIN FOHOIIECKUH HEPPUT ¢ Tyroyxocthro(110 31 1er);
X-CIEIJICHHbIN FOHOIIECKUH HE(PUT C TYTOYXOCThIO;
X-CIEIJICHHbI HEQPUT C TYTOYXOCThIO Y B3POCIBIX;
X-ClETICHHBIN HEDPUT O€3 AIKCTpapeHAJIbHBIX MPOSBICHUI;

ayTOCOMHO-JIOMUHAHTHBIA HEPPUT C TYTOyXOCThHIO U
TpoMOonuTonarueu, coorsercTByromuii mo McKusick kareropuu N

15365 (cunapom DminTeliHa);6) ayToCOMHO-AOMUHAHTHBIA HEPPUT

FOHOIICCKOI'O THUIIA C TYTOYXOCTBIO.
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e B HayasbHOU cTaguu 00J1€3HU CaMOYYBCTBHUE P
CTpaJacT Majlo, XapaKTEpPHOU OCOOCHHOCTBIO SIBISICTCS
YIIOPCTBO U CTOMKOCTh MOYEBOTO CHHJIpOMA.

e TeMaTypus pa3IMYHOM CTEIEHU BHIPAXKEHHOCTH, HaOIroqaemasl
B 100% cmy4aes.

* IIPOTEUHYpPHS B OOJBIIIMHCTBE CIIy4acB HE MPEBBIMIAECT | I/CyT,
B HayaJsie 3a00JICBaHUSI MOXKET ObITh HEMIOCTOSIHHOM, IO MEPE
IIPOTPECCUPOBAHUS TIPOIECCA IPOTEUHYPHUS HAPACTAET.



* B 1anbHenueM nNporucCXoauT HAPYILIEHUE MapIl

(PYHKIUN OYEK, YXYALICHUE OOIIEro COCTOSIHUS 00JIBHOTIO:
MOSIBJISIFOTCSI HHTOKCHUKAIYSI, MBIIIIEYHAs CJ1a00CTh,
apTepualibHas TMIIOTOHHWS, YaCTO HAPYIICHUE CITyXa U
HapyuieHue 3peHusi(B 20% cinydaeB ).Haunbonee yacto
BBISIBJISIFOTCS. aHOMAJIMU CO CTOPOHBI XPyCTaJIMKA:
chepodokus, IEHTUKOHYC NEPEIHNM, 3aTHUN WM
CMEIIaHHBINM, pa3HOOOpa3HbIC KaTapakThl. CHHU)KEHHUE CITyXa
IPU CUHIAPOME AJBIOPTA MOKET BOBHUKHYTH B pa3JINYHBIE
IIEPUOBI IETCTBA, OTHAKO YaIll€ BCETO TYTOYXOCTh
auarHoctupyercs B Bo3pacte 6-10 met. HaunHaeTcsa CHUKEHUE
CIIyXa y JIET€N C BBICOKMUX YAaCTOT, JOCTUTAS 3HAYUTEIILHON
CTETIICHU MPH BO3AYIIHOM M KOCTHOM IPOBEACHUH, TTEPEXOIS
M3 3BYKOIPOBOJSAIICH B 3BYKOBOCIIPUHUMAIOIIYIO TYTOYXOCTb.



JIlnarnocTuka cuHaApoMa AJIbIIOPTA.

[IpennoxeHsl Claeayroiue KpUTEPUN:

reEMarypus Uik CMEPTb OT XPOHUYECKOHU TTOUYEYHOMN
HEJOCTAaTOYHOCTH B CEMEHHOM aHAMHE3€;

reMarypusi WM HEPPOTHUUECKUM CUHIPOM Yy NAIUECHTA;
M3MEHEHUS TTIOMEPYIISIPHBIX 0a3alibHbIX MEMOpPaH IpU
3JIEKTPOHHON MUKPOCKOIIMY OHOITaTa MOYKH;

CHM>KCHHC CJIyXa 110 JaHHBIM dAyAUOI'PAMMBI;

BPOXICHHAs I1ATOJIOTIUA 3PCHUA



e Jlnarnos cuHaApoMa AJILIIOPTA CUUTAETCS IIPABOMOYHBIM B
ciay4asx OOHapyKeHHUs Y 00JbHOI0 3 U3 5 THIMYHBIX
NPU3HAKOB: HAJIMYME B CEMbE TEMATyPUH U XPOHUYECKOU
MOYEYHOM HEJIOCTATOYHOCTH, IIPUCYTCTBUE Y OOJIBHOIO
HEMPOCEHCOPHOM TYTOYXOCTH, MATOJIOTUU 3PEHUS,
OOHapy>KE€HHE MPHU JIEKTPOHHO-MUKPOCKOITMYECKON
XapaKTepUCTUKE OMOITaTa MPU3HAKOB PACIICIUICHUS
IJIOMEPYJIApHON 0a3aaIbHON MEMOpPaHbI C K3MEHEHHUEM €€
TOJIIIMHBI U HEPABHOMEPHOCTHIO KOHTYPOB.



e JleyeHue cunapoMa Ajabnopra.

e CrenuaabHOro JICUEHUS HE CYIISCTBYET. JIeueHne CBOAUTCS K
YCTPAHEHUIO TEX WX MHBIX CUMIITOMOB 00JI€3HH, O0ph0a C
MOYEYHON HEJOCTAaTOYHOCTBIO MO BCEM TEM K€ IpHIICIIaM, KaK
1 MAIIUEHTOB C OOBIYHOM MOYEYHOM HEIO0CTATOUHOCTRIO.

HccnenoBanneMeauko-reneTndeckoro neHtp PAMH ObLio
IIPOBEACHO MOJICKYJIIPHO-TEHETUYECKUH aHAIIM3 16 AeTsm,
onpeaenun Hanuuue Mmytauuu B reHe COL4AS y 11 OonbHBIX.
Cpeau HaOmrogaeMbpiXx 001bHBIX 50% MalueHTOB UMEIH X-
CLECTIJICHHBI BapUAHT 0€3 SKCTPAPEHAIbHBIX U3MEHCHUMN, Y
48% nerert UMEeJI0O MECTO COUETAHUE TTATOJIOTHUHU TTOYEK C
TYTOyXOCTbIO W/MJIHA HapylIeHus MU 3peHust. B 2% ciy4daen
OBLT ONPE/ICIEH AyTOCOMHO-JIOMAHAHTHBIN THI HACJIEIOBAHMS.
B nporiecce HaOnr0neHNA 32 OOJIBHBIMU C HACIEICTBEHHBIM



* HccnepoBanneMennko-renerudeckoro neHTp PAMH 05b110
IIPOBEICHO MOJIEKYJIIPHO-TCHETUYECKUN aHaln3 16 meTsam,
onpeaenun Hanuuue Mmytauuu B reHe COL4AS y 11 O0onbHBIX.
Cpenu HaOmogaeMbiXx 001bHBIX 50% MalueHTOB UMEIH X-
CLECTIJICHHBIM BapUAHT 0€3 SKCTPApPEHAIbHBIX U3MEHECHUH, Y
48% nerert UMeJI0 MECTO COUETAHUE TTaTOJIOTHUH IMOYEK C
TYTrOyXOCThIO W/MJINA HapylIeHUsAMHU 3peHust. B 2% ciy4daen
OBLT OIpPEJICJICH AyTOCOMHO-IOMUHAHTHBIN THI HACJIEIOBAHMS.
B npouecce HaOmr01eHNs 3a 00JIBHBIMU C HACJI€ICTBEHHBIM
HepuTOM OKazanaock, uto XIIH pa3unace B 18,2% ciy4daes,
IIPUYEM HE TOJILKO BO B3POCIIOM COCTOSIHUM.



e Cpean HaOMIOAAEMBIX OOIBHBIX y 4 MATBYMKOB TEPMUHAIBLHAS
craaua XIIH nactynuina B 14—15 net, uto nmoTpedoBajio
IIPOBEICHUS TPAHCIUIAHTALIAY TOYKHU. Y JIBOUX U3 ATUX
MAIMEHTOB B MOCJIECAYIOMIEM POJININCH JE€TH, 00€ JIEBOYKHU
crpanatoT CA. M3ydenne xapakrepa nporpeccupoBanus HH
ITOKA3aJ10, YTO HEPEIKO y JETEU MOCIE 9 JIET K reMarypuu
IMIPUCOECAUHAETCA IPOTEUHYPUS, CTEIIEHb KOTOPOX HAPACTAET C
BO3pacToM 0onbHBIX. [locie 12 geT oTMedaeTcsi CHUXKEHHUE
KJIYyOOUKOBOM (pHJIBTPALIMH, a ITOBBIIICHHUE apTepUaTIbHOIO
JIABJICHUS U TIOCTENEHHOE MOBBIIIICHUE YPOBHS KPECATUHUHA
KPOBH MPOUCXOAUT nocie 14—135 mer.



* llepcnextuBbl jeueHue llpu cucremMaTnyecKkoM
UCTI0JIb30BaHNY UATID Ha mpoTsikeHnn 12 JeT mpouCXoauiio
YIYYIIEHUE KITyOOUKOBOM (DUIBTPALUN U CHU)KEHUE YPOBHSI
KpeaTUHWHA KPOBH, YEro HE HAOJIIOAAIOCh MMPU HEPETYISIPHOM
IMPUMEHEHUHN JAHHBIX IIpernaparoB. [ [pumenuenne s
JICYCHUE TIIFOKOKOPTUKOUbI, [IATOCTATUKH, HECTEPOUTIHBIE
IIPOTUBOBOCHAJIUTEIBHBIC CPEACTBA, KaK MPaBUIO0, ObLIN
He3()(HEKTUBHBI
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