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CunapoM AnbHOpTa WM OTO-OKYJIO-PEHATBHBIN
CHHJIPOM, OTIMCAaHHBIH aHTHiICKMM BpadoM Alport B 1927
I., TIpeJicTaBiseT coOoi HacenCTBeHHBIH HedpuT, Te-
HETHUUYECKH JICTEPMUHUPOBAHHBIH, HEMMMYHHBIN, TIPO-
TEKAKIHUI ¢ reMaTypueil U Nporpeccupyrouum
CHIDKeHHeM noueyHo GpyHkuuy [1]. B ocHoBe nmouey-
HOW 1aTOJIOTUH JISKUT JieheKT He(YUOPHILIIPHOTO KOJI-
nareHa [V Tuma 6a3zanbHoil MeMOpaHbl KiIyOOUKOB
[2] 1 HapylIeHHe CTPYKTYpHl €€ — HCTOHUEHHE C
y4acTKaMM YTOJIIEHHUSI U MPOJOJBHBIX pacuiernJie-
Huii [1, 3]. lemarypusi, o0s13aHHas 3TOH MaTOJIOTHH,
COTIPOBOXK/Ia€TCsl HEHPOCEHCOPHON TYrOyXOCTBIO U
KOHYCOBH/IHBIM BBITSIYMBAHUEM XpyCTaluKa (JeH-
THKOHYC), KOTOPbIE Yalle BCEro MPOSBISIOTCA Y
neredt B Bo3pacte 6—10 et [3—6]. 3aboneBanue
00ycnoBlieHO nepegayeii MyTaHTHOTO reHa, CBsI3aH-
Horo ¢ X-xpomocomoii [3,4,7,8]. Cunapom Anbrop-
Ta TsDKenee MPOTEeKaeT y MYXKYHMH, H OHU YMHUPAIOT
OT mporpeccupytoiiero Hedpockieposa 10 30-er-
Hero Bo3pacTta [7,8]. Y xeHIuH 3a00J1eBaHue MPo-
TeKaeT OJaronpusTHee, U OHU MOTYT JOKUBATh JI0
riny0oxkoii crapocru [3,5,8].

O pacnpocTpaHeHHOCTH 3a00J€BaHHs CYLIECTBY-
10T pa3InyHble MHEHUS: OJHU aBTOpPHI [3,5,7] cuuta-
10T €ro peiakuMm, Apyrue [1,6] mosaraior, 4T0 OHO
BCTpEYaeTcsi cpaBHUTENBHO 4Yacto. Cyas mo Haubo-
nee 0ObEKTUBHBIM JIaHHBIM SIHUAEMHUOIOTHYECKOTO
obcnenoBanust B Poccuu [9], Oosie3nb cpeau jaereit
BcTpevaeTcs B 17 ciydasx Ha 100 000 gerckoro Ha-
cenenusi. 3a00IeBaHuEe TPYIHO BBISBISETCS, TaK Kak
OTCYTCTBYIOT XapakTepHble AJsl HepHuTa dKCTpape-
HaJIbHbIE CUMIITOMBI, M3-3a Yero B ITPAKTHKE TepareB-
Ta y B3pOCIBIX BCTpedaercs eule 0onee peaKo, 4eM
y aereit [5]. BoisiBiieHuto 3a00sieBaHus CIOCOOCTBY-
10T MIHTEPKYPEHTHbIE MHPEKINH [3] UM COMyTCTBYIO-
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e 3a0oneBanusi. B aToMm miaHe 3aciyKuBaeT BHU-
MaHusl Haile HaOJo/eHue.

Bonbnas WU. I1., 54 ner, xuTeNbHULA CETLCKOrO paiioHa
Jlarectana, MocTynuiia B Hally KIMHUKY 5 ceHTs0ps 2005
roja ¢ ’xajno0aMu Ha OJIBIIIKY B MOKOE, Kalllellb C BbIICJICHH-
€M THOWHOM MOKpPOTHI, HeolpeaeleHHbIe 00 B TPYAHON
KJIETKE, TOJIOBHbIE 0OJIM, OTEYHOCTh HOI, YMEHbLIEHUE KOJIH-
gyectBa MO4YM. C IETCKHX JIET CTPaJaeT TyroyXOCTbIO, U KOH-
TaKT ¢ Heil OCyLIECTBISICS C IOMOLIBIO J0UYEPH.

B ¢despane 2005 rona y 6osbHOI MOSBUJICS Kalledb CO
CJIM3UCTO-THOWHON MOKpOTOM, OOJIM B TPYAHON KIJIETKE Cripa-
Ba MpH Kalllle, OJIbIIIKA MPU 00bIYHOW (hU3MUYECKOH padoTe.
K Bpauam He oOpamianach, Je4uiach «OT MPOCTYIb» CBOH-
mu cpeactBamu. B mae 2005 1. mprcOennHUINCH OTEKH HOT,
TOrza BIIEpBbIE OOpaTuiach K BpauaM pailOHHOW MOJUKIH-
HUKH. BojibHasi rocnuTanu3upoBaHa B TEPaNeBTHYECKOE OT-
nenenue 6oabHULbl. OAHAKO JIeueHHE HEe JaJl0 3aMETHOro
YIYUIIEHUS] COCTOSHUS M C MOJO03PEHUEM Ha BO3MOXKHBIN
TyOepKyne3 Jierkux OosbHas Oblla HampaBieHa B PecIyOsu-
KaHCKHMH MPOTUBOTYOEPKYJIe3HbIi qucnancep. Tam mpu peH-
TreHOJOTHYEeCKOM 00ciieloBaHUU y OOJIbHON BBISIBJICHBI
MIPU3HAKK 3aTSHYBIIEWCS THEBMOHUU C BBIPA)KEHHBIM ITHEB-
MOCKJIEPO30M HIDKHEH J0JIM MPaBoOro JEerkoro U mpaBoCTO-
POHHHMI OCYMKOBaHHBIM DKCCYIaTHUBHBIN TUIEBPUT. bompHas
HarpaBJieHa Ha JIeYeHHE B PEeCITyOJIMKAaHCKYIO KIMHUYECKYIO
OONBHUILY C AMArHO30M: 3aTSAHYBIUASICS TTHEBMOHUS, aHEMUS
HESICHOIO I'eHe3a.

[NepeHecennbIx Apyrux 3abojeBaHuil B aHaMHE3e 0O0Jib-
HOH BBISIBUTH HE ynanoch. C AETCKUX JIET CTPaaaeT Tyroyxoc-
ThI0. 3aMyskeM. MimeeT 2 B3pocbIX 3M0pOBBIX Houepeid. Otern
yMep B MOJIOJIOM €lle Bo3pacTe U OosibHAs €ro MOYTH He
TIOMHUT, MaTh ymMepia B Bo3pacte 71 roga. [lpnunny nx cmep-
TH 6osbHAs He 3HaeT. bpaT ¢ eTcTBa cTpajall TyroyXoCcTblo U
yMep paHo B Bo3pacTe 14 JeT «OT modex».

IIpu ocMoTpe: GosibHAsE B OPTOIHO?, YMEPEHHBIH aK-
porriaHo3 Ha (oHe o0IeH OJIeTHOCTH KOKHBIX MOKPOBOB. B
JIETKUX CIIpaBa B HIXKHEOOKOBOM OTAele Ha (OHE ocadiieH-
HOTO BE3MKYJISIPHOTO JIBIXaHHs BBICIYLIMBAETCS TOCTATOYHO
3By4Hast kpenurauud. Y 27 B 1 mun. ['panuns! cepaua
pacIIMpeHsl BIEBO HA 2 CM, TOHBI CepAlla NMPHUIITYLIEeHBI, Ha
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ypoBHe 3-4 MexpebepbeB clieBa MO MapacTepHaIbHON K-
HHH BBICIYIIMBACTCS TPYOBId IyM TPEHHUsI epUKapaa 1 npo-
TOAMACTOJIMYECKUHN IIyM, KOTOPBIN JIydllle ONMpeaesieTcs B
HAKJIOHHOM MOJIOKEHUH O0O0JIbHOM. PUTM cep/iiia mpaBuiib-
Hblid — 92 yn. B 1 Mmun. A/J1 110/70 mM. pt. cT. JKMBOT HECKOJIb-
KO B3AYyT, YMEpEHHO Ooje3HeH B 00J1aCTH MNpaBoOTo
nojpedephsi, MevyeHb yBeIHMUYeHA, BBICTYAeT U3-MoJ pedep-
HOW IyTH MO CPeAHEKIIOYNYHON JTMHUU Ha 5—6 cM, oBepX-
HOCTB IJIajJKasi, IpH najibnauuu oosesHeHHas. CeneseHka He
najpnupyercs. Ha HIDKHUX KOHEYHOCTSIX — FOJICHSX M CTOMAaX
BBIpaXKEHHas1 TaCTO3HOCTh. CuMnTOM [TacTepHAIKOro OTpH-
HareneH ¢ o0eux cTopoH. Temrmeparypa Tejla HOpMalbHasl.

Ha OKI" — neBorpamma. Ha DXOKI — npuoOpeTeHHbIi
MOPOK CepAla: CTEHO3 MHUTPAIbHOIO OTBEPCTHSI, BBHIPAXKEH-
Hasl HeJIOCTATOYHOCTh MUTPAJIBHOrO KiamaHa C peryprura-
nuueit (+++), He3HaYUTEeNbHBIM CTEHO3 a0PTaJbHOTO KilarmaHa
W HEJIOCTaTOYHOCTb ee ¢ peryprutauueii (++). Beicokas se-
royHas runepTeHsus. Pacmmpenne Bcex monoctei cepama u
TUNEPTPOGUsl JICBOrO JKENyI0uKa.

OO0t aHaaM3 KpoBU: reMOrIoOuH 57 T/7, 3pUTpOLHU-
ToB 2,8.10'%/11., IIIT 0,6, netikoruros 8,4.10 °/n, . 72%, 1. 6%,
muenonutoB 1%, nmpomuenountoB 1%, 1. 14% u M. 6 %.
AHu3zo1uTO3, noikuonuro3; COD 75 mm/u B Moue Oentok
0,23 r/n, oTHOCHTENBHAS TUIOTHOCTE 1006, B 0caake JIEHKOIH-
TOB 3—8—10 B 11/3, BBIIIEIOYEHHBIX PUTPOLUTOB — 8—12 B 11/3,
rMaJIMHOBBIC MIMHAPBI 0—2 B 11/3.

ACT 0,22 mmoznb/a, AJIT 0,11 MMoIb/i1, TUMOJIOBAS Mpo-
6a 0,6 en, OunupyOoun obmmid 11,2 MKMOINB/J, cHaNOBbIE
KucIoThl 464 en1, kpeaTuHuH 998 MKMOITB/J1, 001wt 6enok 57,1 r/x,
anbOymMuHoB 42.4%. I'noGyaunos: anbda, 8,9%, anbdha
19,3%, 6eta 3,3 %, u ramma — 20,4%.

Koncynpranust JIOP-Bpaua: riybokasi ABYCTOPOHHSSI
HeWpoceHCopHas TYyroyxocTb. KoHCymbTalus OKyInucTa: IByX-
CTOPOHHSISI He3pelasi KaTapakTa.

B kimHuKe 00JIbHOM BRICTABIICH JIMArHO3: XPOHHYEC-
Kasi peBMatrdeckast 6onesnp cepana (XPBC) — mHoro-
KJIaMaHHKIA MOPOK cepa (CTEHO3 M HEOCTaTOYHOCTh
MUTPAJILHOIO KJlallaHa, CTEHO3 U HEOCTATOYHOCTh aop-
TaJbHOTO KJIamnaHa). 3aTsHyBIIascad MPaBOCTOPOHHSSA
HIDKHEI0J1eBasi BHEOOJbHUYHAS [THEBMOHUS C TTHEBMO-
CKJIEPO30M M OCYMKOBAaHHBIM ILIEBPUTOM, XPOHUUECKAs
cepJieuHasi 1 JIErO4Hasi HeJJocTaTouHoCTh Ila crenenu,-
CHUHIPOM AJTBIIOPTA (TEHETHUECKU IETEPMUHUPOBAHHBII
XPOHUUECKHUH ITIOMEPYIOHEPPHUT, TITyOOKast JIByXCTOPOH-
Hsis1 HelipoceHcopHast Tyroyxocth), XIIH 3-ii cremnenu,
BTOPUYHAs aHEMUS CIIOKHOTO IeHe3a TSKEJON crere-
HU, YPEMUYECKUI [IEPUKAPINT.

['my6okas 1ByXCTOpOHHSISI HEMPOCEHCOPHAS TYTO-
YXOCTh C JICTCKUX JIET, XPOHUUECKUH TIIoMepylioHed-
PUT, Takasi )K€ KapTHUHA y Opara JelaroT JI0CTaTOuHO
JIOCTOBEPHBIM JIMAarHO3 CUHApoMa AJbBIOpTa y JaH-
HOW OOJILHOM.

Cas3b nopaxenust nouek ¢ XPbC nckitouaercs,
TaK KaK MpHU peBMaTU3ME MOPaKeHUE MOUYEK HaOIIo-
JIA€TCsL OYEHb PENIKO, TOJBKO MPU TSIKEIIOM TEUYEHUU
3a00s1eBaHMs B BUJIE 04aroBoro romepynura [10-12]
u Kk XIIH ne npuonut [7]. Cnenyer OTMETUTH, YTO
He TOJbKO cuHApoM Anbnopra, HO U XPBC no mno-
CTYIUICHUS! B KIIMHUKY Y OOJIbHOMW HE OBLIU BBISIBJICHBI.
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Jnarno3 cunapoma AnbIopra y TepaneBThyec-
KOro OOJILHOTO MPEICTABISIET ONpeieieHHbIE TPY/I-
HOCTH, CBA3AHHBIC C TEM, UTO HC€ BCC CHUMIITOMBEI,
COCTABJISIFOLIHE €r0 KIIMHUKY, HAOMIOA0TCsl OJJTHOBpE-
MeHHO. Tak, JOMMHUPYIOIINANA CUMIITOM — FeMaTypust
y B3pocibix — HaOmogaercs B 50% cnyuaeB [3], ay
JKEHIIMH YIOpHAasi reMarypysi MOXKET OBbITh TOJBKO B
niepuoy; 6epemennoctu [5]. HelipoceHncopHas Tyroy-
xocTh HaOmronaercs y 60% OonbHBIX [13] M yacTo
JUISL e BBISABJICHUS TpeOyercs aynuomerpust [8]. Cuu-
TAIOIIUNACS MaTOTHOMOHHWYHBIM JJI1 CUHIpOMa AJllb-
nopTa JICHTUKOHYC BcTpedaeTcs He yamie 15-30%
6ompHbIX [1, 13], a B 20% citydaeB HEBO3MOXKHO YC-
TaHOBUTH CEMEHHBIN XapakTep Oonesnu [1].

B HamieM cityyae BBISIBJICHHIO CHHIpOMa AJIBIOPTa Y
TIOYKUITON YKEHILMHBI CIOCOOCTBOBAIA MH(EKIHS (THEBMO-
HHST), K KOTOPOM Takue OOJbHbIE TIPEPacIoNoyKeHs! [5], a
TMMHEBMOHMS, OCJIOKHUBILAACA TUICBPUTOM, BEPOATHO, I10-
BJIEKJIa 32 COOOM CepIICYHO-JIETOUHYI0 HEO0CTATOYHOCTD
U TIPOTPECCUPOBAHKE MTOUEYHON HEJJOCTATOYHOCTH.

[TockoabpKy cuHIpPOM AJBIOPTA HE UMEET CIEIH-
¢udeckoro neueHust, OOJIbHAS MMOCIE KOMIIEHCAIIMN
OPHU3HAKOB CEP/CYHO-JIETOYHON HEJ0CTaTOYHOCTH
nepeBe/ieHa B OT/AEICHHE IeMOIUalIH3a.

Onucanus cnyqaeB couetanust CA ¢ apyroif naro-
JIOTHEN B JJOCTYITHOM JIMTEPATYPE Mbl HE BCTPETUIIN.
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