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B HacToslLLee Bpems BO «B3pOC/Oi» Hedhponormm
CK/aAblBaeTcs JOBOIbHO MHTEpecHas cutyauus. Bpa-
4n 3TON CreunanbHOCTM BCe Yalle CTaJIKMBAKTCA €O
cny4vasmm 3aboneBaHuii (06bIYHO MMEIKOLWMX TEHETU-
YECKYIO UM BPOXKAEHHYHO NPUPoAy), KOTopble A0 noc-
NeflHero BpemMeHW B OCHOBHOM Oblnn NpeporaTueoil
neavaTpoB, fau B UX NPaKTUKe HabNoAaNUCh J0BO/SIb-
HO peaKo. 3TO CBA3aHO CO MHOrMMU hakTopamu. Bo-
nepBbIX, YAYULINIOCh KAYeCTBO SIEYEHNS, YTO MO3BO-
NSeT negmatpam-Hedposoram «40TArMBaTb» CBOUX
naLMeHTOB A0 BO3pacTa, B KOTOPOM OHW MepexoasT
nof HabMtoAeHNEe «B3POC/bIX» CNeLmannucToB. Bo-BTo-
PbIX, 3HAYUTENIbHO PaCLUMPUINCL AUAarHOCTUYECKne
BO3MOXXHOCTW, YTO MO3BO/ISET BbIABNATL TaKune Bapu-
aHTbl NaTOMOrMK, KOTOPbIE paHbLue N1Mbo NpocMaTpu-
Ba/IMCb, M60 Habnganucb nog mackamu 6onee pac-
NPOCTpaHeHHbIX 3a60/1eBaHNI. B-TpeTbrX, 3HAUNTESb-
HO BbIpOC OOWMWIA TeopeTUYECKUA YpPOBEHb
COBpeMeHHOI Hedhponorum. ECTb 0CHOBaHMSA NonaraTb
1 TO, YTO 06Pa30BaHHOCTb 6O/BLUMHCTBA «B3POC/IbIX»
HethpoIoroB TakXke CyLLEeCTBEHHO BO3pac/a, 4To JaeT
MM BO3MOXHOCTb 60/ee feTanbHO «MpucMaTpuBaThb-
CA» K MHOTMM He BMO/HE CTaHAAapTHbIM CUTyaLMsaM.
HakoHeL, B-4eTBEPTbIX, HE UCKIKOYEHO, YTO B CUAy
He BMOJIHE MOHATHbIX NPUYUH PAL HACNEACTBEHHbIX U
BPOX[EHHbIX 3a00/1eBaHWI, AeACTBUTENILHO, HaUYNHa-
€T MaHu(ecTnpoBaTb B 60/ee cTapllem Bo3pacTe.
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inherited nephritis, Alport syndrome, the thin basement membrane disease, oligomeganephronia, diagnostics,

Tak nan nHade, TpeboBaHWA K «B3POC/bIM» He-
(hponoram, B MiaHe BCEr0 CKa3aHHOrO BbIlle, MEHS-
toTcs. OT HUX TPebyeTcsa HaMHOrO 60MbLINI 06BEM
3HaHW 1 yMeHWe npunaratb 3TV 3HaHUA K He BCerga
MPUBBIYHBIM A5 HUX KTIMHWYECKUM CUTyaumsam. B 1o
e BpeMsi MH(opMaLusa No 3aTPOHYTbIM BOMpOCcaM,
OpPWEHTUPOBaHHAsA UMEHHO Ha «B3POC/bIX» CneLmanu-
CTOB, KpailHe orpaHuuyeHa. B gaHHOW cBA3W, onupa-
ICb, MpPEeXAe BCEro, Ha COBGCTBEHHbIA MHOTOMETHWIA
OMbIT NpenojaBaHUs Ha Kadeape Hedponornm n gua-
num3a thakynbTeta NocnegunaoMHOro o6y4eHus, mbl
PeLLnIN NOATOTOBUTL CEPUIO0 HEOOMbLLMX METOLMYEC-
KUX NOCo6uiA N0 COBPEMEHHbLIM NOAXOAAaM K AMarHoc-
TUKE 1 NIeYEHUNIO psija CPaBHUTENbHO PefKo BCTpeya-
IOLLMXCSA B NPAKTUKE COCTOSIHWUIA M 3ab0neBaHWiA no-
YeK C KOTOPbIMU, TEM He MEHee, MOXET CTOJIKHYTbCA
BpaY-Hehposor.

[JaHHoe nocobue ABAsETCA NEPBbIM B 3TON Cepum
M Mbl HAJEEMCS,, YUTO OHO OKAaXETCS MOMIE3HbIM He
TOMbKO NPaKTUKYOLWKUM CreuuanmcTam-Hedpoaoram,
HO 1 CTyfieHTaM CTapLUMX KypcOB, Bpayam-UHTEpPHaM
N KIVMHUYECKMM OpAMHAaTOpaM TeparneBTUYECKNX cre-
LManbHOCTE.

HacneAgcTBeHHbI HedhpuT
(cungpom AnbnopTa)

OnpegeneHne n TepMmuHonorma. CuHLpom
AnbnopTa - TeHeTUYECKN TFeTeporeHHoe, Ha-
cnefcTBeHHOe (Yawe cuenseHHoe ¢ X-XpOMO-
cCOMOIi) 3aboneBaHne, XapaKTePU3YHOLLEECS YNb-
TPacTPYKTYPHbIMU W3MEHEHUAMU TNOMepYynsap-
Hol 6a3anbHO mMeMbpaHbl (FBM), KNMHUYECKN
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npoasnstoUieecds HePPUTUYECKUM CUHAPOMOM
C rematypueil U HepefKO accouumpyroLweecs c
CEHCOHEBPANIbHOW TFNYXOTOM U MOpPaXeHUAMM
opraHa 3peHusa. B HacTosLee BpemMs HET MOJIHOMO
corfiacusi 0 TOM CyMTaTb M CMHAPOM AnbnopTa 0f-
HVM 13 BapWaHTOB HACNeCTBEHHOI O HethpuTa UK pac-
LieHMBaTb 3TV TEPMUHbI KaK CUHOHUMbI. ABTOpPbI AaH-
HOro coo6LLeHns Npy JasbHEALLEM N3N0XKEHNN MaTe-
puana byayT NpUAep>XKMBaTbLCA BTOPOW TOUKWN 3pEHNS.

WcTopus. MNepBoe onucaHue ceMbU, B KOTOPOM
Habnjanncb cnydanm reMaTypyMm B HECKONbKUX MO-
KoneHuax npuHagnexxuT L. Guthrie (1902). A. Hurst,
npoAoKaa HabnoaeHVe 3a 3TON CeMbeld, Mpocneann
pa3BUTUE Y HEKOTOPbIX ee yieHoB ypemun (1923). B
1927 r. A. Alport oTMeTWUA, UYTO Y HECKONbKUX POj-
CTBEHHWKOB TOW >Xe CEeMbMW MMEETCH TYroyxocCTb, a
YPeMusa pasBMBAETCA paHbLUe Y MYXUMH, YEM Y >KeH-
WwmH [1].

PacnpocTpaHeHHOCTb. YacToTa cuHgpoMa Afb-
nopta B CLLUA coctasnset ot 1:5000 go 1:10000, B
Poccum - 17:100000 getckoi nonynsuuu. CUHAPOM
AnbnopTaABNseTca NPUUMHON TEPMUHATIBHO NoYey-
Hoin HegocTaTtouHocTh (TMH) y 2,5% pgetein n 0,3%
B3pocnbix (0,3 - 2,3% cpean Bcex naymeHTos ¢ TMNH
B EBpone, NHann nnn CoefmHeHHbIX LLTaTax) [2-4].

3Tuonorus n nartoreHes. B ocHoBe 3a6onesa-
HUS Yallle NeXUT reHeTUYecKnin fethekT NpUBOASLLUIA
K maronoruy konnareHa IV Tvna, BXOLSALLEr0 B COCTaB
'EM. Bo3M0oXXHa TakXe 1 naTtonorns reHoB, KOAUPY-
IOLLMX HEKOTOPbIE ApYyrue BenKku, Hanpumep, THKENYHO
uens 1A HeMbILLIEYHOr0 MMUO3UHA (CUHAPOMBI DMLu-
TeilHa N DeUTHEP - CM. HIKE).

B coctaB KonnareHa IV Tuna MOXeT BXOAWUTH
WwecTb anba Ueneid (anbha-1 - anba-6) U Kaxagas
MOJieKyna KosinareHa coCTOMT M3 Tpex Takux Lenei.
B rnomepynsapHbix 6a3aibHbiXx MembpaHax (FBM)
B3pOC/I0r0 Ye/10BeKa B OCHOBHOM HaxoauTca a3adas-
Tpumep KonnareHa tuna IV. CoefuHAsACL MeXay Co-
6ol C-TepMUHaNbHLIMK KOHLamu, a3ada5-Tpumepbl
06pa3yloT napbl, Kaxnas U3 KOTOpbIX, B CBOK O4e-
pefb, CBA3LIBAETCA C TPEMS aHa/IOrMyHbIMKU B 06na-
ct N-TepmuHann. B KoHe4yHOM mTOre obpasyeTtcs
cBOe06pasHasn CceTb, BO MHOIOM OMnpejenstoLlas CBom-
ctBa NBM. OTa e n3othopma YeTBEPTOro TmMna Kon-
nareHa umeeTtcsa B 6asabHbIX MembpaHax Auctanb-
HbIX KaHanbleB M cobmpatesibHbIX TPy6OK, abBeo-
NAPHbIX 6asanbHbIX MeMbpaHax U cneunguueckmnx
mMembpaHax rnasa u ynutku. IHTepecHo, 4To B 3M6-
pUoHasbHOM nepuojge B FEM 1 Bcex oCTa/lbHbIX 6a-
3aNbHbIX MeMbGpaHax HepoHa npeobnagatoT
alala2-alala2 KonareHoBble CETM, KOTOpPbIE MOC-
Nne poxgaeHna B 'BM nocTeneHHo 3amMeljaloTcs
a3ad4ab-a3adab5 ceramu. alala2-abab5a6-cetu
HaxofdaTca Takxke B Kancyne boymeHa (Ho He TBM),
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6a3a/ibHbIX MeMbpaHax cobupatesibHbIX TPYOOK, anu-
fepmuca 1 rnafkmx MbiLLLL.

LLlecTb reHoB KonnareHa Tuna IV pacnosioxeHsl
MonapHo, BCTPEYHO MO OTHOLLUEHWUIO K HanpaBieHuUo
CUNTbIBAHMA Ha Tpex xpomocomax. eHbl COL4Al
COL4A2 pacnonoxeHbl Ha 13- xpomocome. [eHbl
COL4A3 n COL4A4 Ha 2-ii xpomocome. [eHbl
COL4AS5 n COL4AG6 Ha ANUHHOM nJiede X-XpOMOCO-
Mbl (nokyc Xu21.3).CuHapoM AnbnopTa, CLenIeHHbIN
c X-XpOMOCOMOR - accouuMmpoBaH C MyTauuen
COL4A5 nokyca. CuHapom AnbnopTta ¢ ayTOCOMHO-
PeLLecCUBHLIM UM ayTOCOMHO-A0OMUHAHTHLIM TUNa-
MW Hac/ief0BaHWUA - acCOLMMPOBaH C MyTauusamm
COL4A3 n COL4A4 nokycos, pacrofioXeHHbIX Ha 2-i
Xpomocome (Tabn.l).

Knaccugukauymsa [5].

Tun | - JOMUHAHTHO HacnefyeMblid FOBEHUbHBIN
TUN HedpuTa C NOTepeil cnyxa, NpyU KOTOPOM 60/b-
Hble MY>XUMHbI HE MOTYT MUMETb MOTOMCTBa. AHanu3
POLOCNOBHBIX He MH(OPMATUBEH A1 pa3rpaHnuyeHns
HacnefoBaHUS CLEMNNEHHOro ¢ X-XpoMOCOMOM OT
ayTOCOMHO-A0OMWHATHOrO HacnegosaHua. Tun | asna-
eTCcA BPEMEHHOWN KaTeropueit u HyxjaeTcs B nepe-
CMOTpe, NMOTOMY YTO 3aMECTUTeSIbHas NnoyeyHas Te-
panus MOXeT BOCCTaHaB/MBAaTb PenpoOAYKTUBHYHO
(DYHKLMIO, @ HOBble TeHeTUYecKne MeTofbl MOryT
BbISIB/IATb XPOMOCOMHbIe fl0Kanu3aumm aetheKTHbIX
reHoB.

Tun Il toBEHWUNbHBIV TUM HedpuTa C NOTepEl cny-
Xa U AOMUHAHTHBIM, CLENAeHHbIM € X-XPOMOCOMOIA
HacnegoBaHveM (Bbl3BaH MyTauueil reHa COL4AS
anbha-5 uenun 6aszanbHON MeMbpaHsl Tuna IV konna-
reHa).

Tun 1l «B3pocAbIin» TN HedhpuTa ¢ NoTepen cny-
Xa U AOMUHAHTHBIM, CLENAeHHbIM € X-XPOMOCOMOIA
HacnefnoBaHuemM (Bbi3BaH MyTaumeil reHa COL4AD).

Tun IV «B3pOCAbIAN» TUN HepuTa C AOMUHAHT-
HbIM, CLen/eHHbIM ¢ X-XPOMOCOMOI HacnefoBaHUEM
(Bbi3BaH MyTaumein reHa COL4AbL). [lo pacnpocTpa-
HEeHMA remMouani3a u TpaHcnaaHTauum noyek cunTa-
NOCb, YTO B MOPaXKEHHbIX CeMbsX He HabnogalTes
BblpaXXeHHbIE HAPYLLEHWS CyXa, OfHAKO B HACTOsLLIee
BPeMs CTaslo U3BECTHO, YTO OHMW MOABAAOTCA MO0
BCKOpe nocne Hayana nnMbo B TeyeHue fecATu feT
NpoBeAeHNS 3aMEeCTUTE/IbHON MOYEYHOI Tepanuu.

Tuvn V ayTOCOMHO-AOMWHATHbLIA HeppUT C Hapy-
LUeHUAMM ciiyxa U TpombouuTonaTueld (CuHApoM 3n-
LUTeliHa). 31O 3aboneBaHWe 6bINo onucaHo B 12 ce-
MbAX U 4 crnopafuyeckux ciyyasx, nepefadva gedek-
Ta MPOUCXOAMT OT MYXUUHbI K MyX4uHe. pupoga
reHeTUYecKoro gethekta [0 MOCNESHEr0 BPEMEHU He
6blna n3BecTHa. Celiuac ee CBA3LIBAIOT C MaTo/oru-
el reHa MYH9, kogupytowlero, Tsxkenyto uenb A
HeMbILLeYHOro MuosnHa [6] (cm. Tabn. 1).
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OCHOBHble reHeTUYeckne BapuaHTbl cuHapomMa AnbnopTa [1]

HassaHune

CvHgpoM AnbnopTa, CUeneHHbIli ¢ X-XpoMocoMoli
Cungpom AnbnopTa ¢ Anddy3HbIM N1eiioMMOMaTo30M

CuHZpoM AfbrnopTa ¢ MakpoTpoMGouuToneHueil (CMHAPOM JnwiTeiiHa)

CuHApoMm AfbnopTa ¢ MakpoTpom6oLuToneHuel
U neiikouNTapHbIMKU BKIIOUYEHUAMU (CMHAPOM deuTHep)
AYTOCOMHO-AOMUHAHTHbI/ CMHAPOM AnbnopTa

AYTOCOMHO-pPELECCUBHbINA CUHAPOM AnbnopTa

CuHApoM AnbropTa ¢ 0TCTaBaHWeM YMCTBEHHOMO pasBUTMS,
aucmopdmeid nnua 1 3aNAMNToLUTO30M

Tabnuua 1
Kog OMIM*  ['eHOMHbIi leHeTnYecKuii
NOKyC nedext
301050 Xq22.3 COL4A5 (303630)
308940 Xq22.3 COL4A5 (303630),
COL4A6 (303631)
153650 22ql11.2 MYH9 (160775)
153640 22ql11.2 MYH9 (160775)
104200 2035-937 (?) COL4A3 (120070)
COL4A4 (120131)
203780 2036-q37 COL4A3 (120070)
COL4A4 (120131)
300195 Xq22.3 COL4A5 (303630)FACL4

(300157)**

*OMIM - Online Mendelian Inheretence in Man; ** FACL4 (300157) - reH, KOAMPYWOLWMWIA AnnHHYIO Lenb aunn-CoA-cuHTeTasbl.

Tun VI - 10BEHUNbHLIA TUN HegpuTa ¢ NoTepel
cnyxa U ayTOCOMHO-AOMUHAaHTHbLIM HacnefoBaHWUeM
(BbI3bIBAETCSH, MO KpaiHei Mepe B 4acTu C/ydaes,
myTauuein B reHax COL4A3 n COL4A4 anbtha-3 u
anba-4 uenel KonnareHa 6asanbHoli MembpaHbl 1V
TUMNA, HO HE UCK/IOYaeTCa MOBPEXAeHUe ApYrux re-
HOB).

KOBEHU/IbHLIM TUNOM HedpuTa cuMnTaeTCA
ero BbIfiBNIeHWe B Bo3pacTe mMeHee 31 roja.

CyLLecTBYIOT ApYrue NpOMEXYTOUHbIE TUMbI CUH-
Apoma AnbrnopTa, KOTopble He MOryT ObITb Knaccu-
(hmumposaHbl Ha TMNbI I-VI No NpeacTaBneHHON Bbille
cxeme. B yacTHocTu, cuHapom AnbnopTa, accouuu-
POBaHHbI C NeOMUOMATO30M, U Apyrue COCTOSHWUS,
BbI3BaHHbIE 3HAUYNTENLHOW Aeneuueit, 06beUHAOLLEN
nexalune pagom Ha X-xpomocome reHsl COL4AS u
COLA4AG, 1, BO3MOXKHO, ApYyrue reHbl, NpUBOAA K pas-
BUTUIO «CUHAPOMA COMPUKAcaloLWMXCAa FeHOB»
(«contiguous gene syndrome») [3] (cm. Tabn. 1).

TaK nnm nHave, B HaCTOsLLee BPEMS ONucaH psag, re-
HeTUYECKMNX BapuaHTOB cuHapoma Anbnopta (Tabn. 1).

Mopdonorusa. Mpu cBETOBON MUKPOCKOMUY
N3MEHEHUN HeCcneLngnUHbl. Y ManeHbKuX getei (<
5net) buonTatbl MOTYT BbIFNA4ETH HOPMASTbHBIMU U
6/1M3KMMK K HOpMe (BO3MOXKHO BbIsiB/IeHWE Hepopas-
BUTBIX KNyOOUKOB, PacnoNOXeHHbIX NOBEPXHOCTHO n/
NN NEHNUCTLIX KNETOK B MHTEPCTULMN).

B 6onee cTapwem BO3pacTe - Me3aHrunanbHas
nponudepamns, yTonweHve 1 paccnoeHme 6asanbHbIX
MeM6paH, CerMeHTapHbIN 1 rNo6asibHbINA CKNepo3 Ky-
604KOB, TybynapHas aTpous, UHTePCTULNANbHBIN
hmbpo3, NoKanbHbIE YTONLEHNSA 6a3abHbIX MEMOpaH
KaHa/1bLIeB, Ha/MYMe MEHUCTLIX KNETOK B UHTEPCTY-
1778

Mo mepe nporpeccupoBaHns hopMUpyeTcs Kap-
TWHa (hOKaIbHO-CerMeHTapHOro Uy rnobanbHoro rno-
Mepynockneposa ¢ HalMumeM ruanmHosa, 0cobeHHo
npyt HehpPOTUYECKOM YPOBHE NPOTEUHYPUM

MMyHONoOpecLleHTHOe uccnefoBaHue, Kak
npasuno, HeraTMBHO. 3pesiKa BbISBNAOTCA OTI0Xe-
HusA C3 1 IgM - pa3fiMyHoii NnoKanusaumu. Y He3Haum-
Te/IbHOI YacTu 60/bHLIX 06HAPYXMBAKOT aHTUTENA K
6a3anbHbIM MembpaHaM KanuiispoB Kny6ouka.

Wcnonb3oBaHye aHTUCLIBOPOTOK K Cy6beAnHNLLAM
KonnareHa |V Tuna BbISBAAET COXPaHHOCTbL abha-1
Lenu n oTcyTcTBMe anba-5 n anbda-3 uenei B rno-
MepYnsApHbIX 6a3anbHbIX MembpaHax 60/bHbIX MYyX-
YMH € X-XPOMOCOMOCLIEMNEHHbIM HethpuTOM. Y na-
LIMEHTOB C ayTOCOMHO-PeLecCMBHbIMU hopmamun 60-
nesHn AnbnopTta 06bI4HO OTCYTCTBYHOT anba-3 Lenu
B 6M, HO coxpaHsAeTcqd UMMYHOPEaKTUBHOCTL aslb-
tha-5 ueneit B kancyne boymeHa, cobupaTenbHbIX TPy 6-
Kax U KoXe.

3NeKTpPOHHAA MUKpockonusa. B HayanbHbIX CTa-
Anax 3a00M1eBaHNs MOXET BbISBAATLCSH TOMbKO YTOH-
yeHue N'EM, NpakTMYeckn He OT/IMYMMOE OT U3MEHe-
HUA Npu 60N1e3HN TOHKMX 6asanbHbIX MembpaH (CM.
HIXe).

B 60/ee No3gHMX CTaAMsAX XapakKTepHbIMU CyK-
TAOTCA YTO/ILLEHWNSA, YTOHYEHNS, CIOUCTOCTb, pacLLen-
neHne 'BM. OfHako M 3TV U3MEHEHUS HeAoCTaTou-
HO cneunuYHbl 1 MOTYT BCTPeYaThCs Yy Nitofen ¢ oT-
CYTCTBMEM CEMENHON nctopuu Heputa. B Takmx
Clyyasx MOXHO MpeAnonaratb HalnyMe HOCUTE/b-
CTBa Ae(EKTHOro reHa y pofuTeneid unm nosisneHue
HOBOI MyTaLuW.

JHpoTenunii 'K 06bIYHO MHTaKTEeH. MOXET Ha-
6110aThCA CNUAHUE HOXKOBbLIX OTPOCTKOB MOAOLIU-
TOB B 06/1aCTK NoBpexaeHnin FBM. Me3aHruin 06bIy-
HO He M3MEeHeH Ha paHHUX CTagusax, HO No Mepe npo-
rpeccuMpoBaHuns 3ab0NeBaHNsA MOXET BbISBSTLCA €ro
pacLuMpeHune U UHTePNO3nLKA B CTEHKM Kanuinapos, a
TaKKe nponngepaums mMmesaHrmanbHbIX KNeTok.

KnuHuka. 3abonesaHue 06bIYHO MPOSIBNSETCS B
[eTCKOM BO3pacTe WM y MOMoAbIX ntofein. Xapak-
TepHa CTolikas MUKporematypusi ¢ anu3ogaMu Mak-

101



ISSN 1561-6274. Hedponorus. 2008. Tom 12. Ne3.

MokasaHMA/NPoOTUBONOKa3aHMs K 4OHOPCTBY NOYEYHOro TpaHcn/jiaHTaTa
npu X-cuenaeHHoOM cuHgpome AnbnopTa [8]

- CeMeliHbll
aHaMHe3 remaTypum
NN NeTanbHOro uc-
xofa ot XIH B ce-

Tabnuua 2

Mon noTeHuunanbHoro AoHopa [ematypus [loOBbIWEH N1 PUCK NPOrpeccupoBaHuns y foHopa?
Mbe;
My cKoli Ectb [a (abconoTHoe NpoTuBonokasaHue K [JOHOPCTBY) - rematypua u
My cKol Het HeT (HeT npoTvBONOKasaHwii ANa [OHOPCTBA)
Xeckuii Ectb [a (oTHOcMTenbHble NPOTUBONOKa3aHusa AN1s AOHOpCTBa)* (WW') NpoTenHypwns
Xeckuii Her** HeT (HeT npoTvBOMNOKa3aHWii A41a AOHOPCTBA) B CEMbeE;
- cneumdgmyeckme

* Tloyka MOXeT ObITb MONy4YeHa OT XeHLWMH B Bo3pacTe 45-60 neT npy oTCYTCTBUU APYIUX XMUBbIX AOHO-
poB. B KauecTBe AOHOPOB MOTYT paccMaTpMBaTbCA TOJIbKO XEHLMHbI C U30/IMPOBAHHHOW MUKporemary-
pvieil, HOpManbHOW OyHKUMEeR noyek, OTCYTCTBMEM NPOTEUHYPWUW U HapyLlleHuin cnyxa. XXenatenbHo
BbINO/IHEHNHME Hedpobroncun nepeg 3a6opom Noyku. Hanuume oTyeT/iMBOV MOPEONOrMYeckoin kap-
TUHbI CMHAPOMa AnbnopTa ABASETCA NpoTMBOMOKasaHnemMm 418 AoHopcTBa. **5-7% >XeHLWWH-reteposu-

roT ABAMKTCA aCMMNTOMaTUYHbIMN.

poremMaTtypum (4acto nosiBAATCA Ha (POHe (m3nyec-
KX Harpysok unv OPBW). Ha oHe anu30408 Mak-
porematypum MOryT BO3HUKAaTb 60/1M B XUBOTE.

MpoTenHypus, 06bIYHO YMepeHHas BHavane, npo-
rpeccupyeTt c BO3pacToMm. BO3MOXHO pa3BuTue He-
(hPOTUYECKOTO CMHAPOMA.

"'MnepTeH3ns, Kak NpaBuno, BbISBASETCS B NO34HUX
CTagmsax 3aboneBaHms.

Y My>XUYUH noyeyHas HeJoCTaTOYHOCTb 0ObIMHO
nporpeccupyeT Mef/IeHHO U LOCTUraeT TepMUHasb-
HOil B Bo3pacTe 16-35 fieT. OnucaHbl Ciy4van O4eHb
MeZ/IEHHOr0 MPOrpeccMpoBaHns ¢ JOCTUXKEHWEM Tep-
MWUHaLHOW NoYeHOoW HegocTaTouHocTy (TTH) B BO3-
pacte 45-65 ner.

3aboneBaHne NPOSABAAETCA TONBLKO Y HACTU XKEH-
LUMH, B TOM YMC/Ie Y HEKOTOPbIX HOCUTENbHUL, Aedek-
THOrO reHa npu X-cuenaeHHoM cuHApome ANbrnopTa,
00bIYHO MPOTEKAET JIErye YeM Y MY>XKUMH, HO 'Y HUX
BO3MOXKHO pas3BuTne TMH [7] (cM. 60ne3Hb TOHKOIA
6aszanbHoil Memb6paHbl).

YacToTa BbIBNEHUS HEPOCEHCOPHON TNyXo-
Tbl cocTasndeT 30-50%. HapyweHus cnyxa Bce-
rga conpoBOXAAKTCA MaToNOrueid noyek. THXXKECTb
HapyLLeHWii cnyxa BapuabenbHa (0T MU3MEHEHW TONb-
KO Ha ayfmorpamme 10 NOMHOWM rNyxoTbl). ABHbIX Ha-
pyLUEeHWIA BECTUOYNAPHOrO annapaTa 00bIYHO HET.

[MaTonorua opraHa 3peHusa BbiABNAeTCA B 15-
30%. Hanbonee xapakTepHOe HapyLLEHNE - NepeaHNIA
NEHTUKOHYC (BbINAYMBAHME LEHTPasIbHOI YacTh Xpy-
CT/IKa B NepeSHIo Karcyny).

MoryT HabnoaaTbea Takxe:

- KepaToKOHYC

- cthepodhakus

- MUTMEHTHBIA PETUHUT

- Muonus

- KaTapakTa

- amaBpo3 1 Aap.

JdnarHocTuka.

Heo6xo4uMo Hanmume Tpex U3 cnegyrowmx natu
NPU3HAKOB:
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n3meHeHns bM rno-
Mepy/APHbIX Kanw-
NAPOB NPW 3/1EKTPOH-
HOW MMKPOCKOMWK;

- CHUXKeHMe cny-
Xa no JaHHbIM ayauorpaguu;

- BPOXKJeHHaa naTosiornsa 3peHus.

"eHeTUYECKUIA CKPUHWHT CMHAPOMa AfbriopTa 3aT-
PYLHEH 13-3a HaiMuns BONLLIOrO YmMcna MyTaumin u
OTCYTCTBMS «rOpAYMX Toyek» («hot spot» - yuacT-
KOB reHoMa Haubosee MoLBEPXKEHHbIX U3MEHEHUAM)
[3]. AndhepeHumansHbIn guarHos - cMm. 601e3Hb TOH-
KX 6asanbHbIrX MeMobpaH.

NeueHue cuHapoma AnbnopTa He paspaboTaHo.
LlenecoobpasHbIMM CHUTAKOTCA MEPONPUATIS MO PeHON-
poTekummn (Manobenkosas gueta, MHrMomuTopol AlMd,
6nokatopbl AT1-peLenTopoB aHrnoTeH3uHa ll, koppek-
UMS apTepuasibHON rMNepTeH3nn), XOTA [OKAa3aTeNbCTB
3EKTUBHOCTI TaKOro fiedeHns HeT. Mpu LOCTVKEHWUM
TIMNH Heobxoanma 3aMecTuUTeNbHaa noveyHas Tepanus
(remoguanus, TpaHCNNaHTaUMs MOYKN).

OfHaKo npuv NpoBefeHUM TpaHCNIaHTaLumn noyek
nauveHTam ¢ CUHAPOMOM ANbNopTa, BO3HUKAKOT [Be
npo6nemsl, cneyugpuyeckue Ana faHHOro COCTOAHMS.
MepBas cBsA3aHa C NepecasKoi NOYKM OT XMBbIX POA-
CTBEHHbIX JOHOPOB, MHOTUE U3 KOTOPbIX, KaK cnegy-
€T U3 FeHeTUYEeCKo NpupoLbl 3a60neBaHUs, caMn Um
CTpagatoT WK, Mo KpanHen mepe, ABNSKOTCS HOCUTe-
nAMK aeeKTHOro reHa. OUBMAHO, YTO B TaKOM CUTY-
aumuv yaaneHne NoYKM MOXEeT 0Kas3aTbCA CYLLECTBEH-
HbIM (haKTOPOM PUCKa, YCKOPSHOLLMM NporpeccrupoBa-
Hue XBIM y poHopa. [loaTomy npu oT60pe
POACTBEHHbIX AOHOPOB HEOOXOAUMO UX TLLaTe/IbHOE
Hethponorunyeckoe 06¢cneoBaHNe 1 B3BELLEHHbI NOf-
X0 K OKOHYaTe/IbHOMY PeLLEHMIO.

B HacTofllee BpemMaA cyuTaloT, yTto Mpu X-cuen-
NIEHHOM CUHApOMe ANbMnopTa CYLLEeCTBYIOT C/efyto-
LLiee NOKa3aHMA/NPOTMBOMOKa3aHWA K JOHOPCTBY MoY-
Kun [8] (Tabn. 2).

Mpy ay TOCOMHO-PELLECCUBHOM CUHAPOME AJbrop-
Ta B KayecTsBe [LOHOPOB MOrYT pacCMaTpMBaTbCA
acCMMNTOMaTUUYHbIE HOCUTENN [Ae(PEKTHbIX reHOB
COL4A3 n COL4A4, a Takxe npencrasuTenu, nve-
IoLme KAMHNYECKO-MOPMOIOrnyeckyro KapTuHy 6o-
Ne3HN TOHKKUX 6asasibHbIX MemOpaH Mpu OTCYTCTBUM
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apTepuanbHON TMNEPTEH3UN U MPOTEUHYPUN.

Mpu ayTOCOMHO-AOMUHAHTHOM CUHApPOME Aflb-
nopTa NpPOTMBONOKAa3aHa TpaHCMNaHTauus oT poa-
CTBEHHMKOB, UMEOLNX remaTtypuio.

BTopoli BaxxHOW npobnemoli ABASETCS TO, YTO Y
60/bHbIX C CMHAPOMOM ANbMNOPTA NOC/e TpaHCnIaH-
Tauuu B 3-5% cyyaeB pa3BMBAETCS r1OMepyoHed-
pUT C aHTUTENaMu K 6asanbHoi membpaHe, 4To B 90%
cnydaeB BefeT K MOTepe TpaHcniaHTata. 970 BO3-
MOXHO MOTOMY, YTO B 3[0POBOW MOYKe UMEIDTCS aflb-
tha-3 - anbha-5 uenu KonnareHa tmna IV, ogHa n3 Ko-
TOPbIX MOXET OTCYTCTBOBATb NPW COOTBETCTBYIOLLEM
reHeTMYecKoM BapuaHTe cuHapoma AnbnopTta. o-
3TOMY OpraHu3M HauyuMHaeT BOCMPUHMMATb TaKyto
Lenb, Kak YyXepOoAHbI aHTUreH, Ha KOTOpbI/A Bbipa-
6atbiBatoTCA aHTUTena [3,4,8]. Takas cutyaums He-
CKO/IbKO HanoMuHaeT cuHApoM [ygnacuyepa, npu Ko-
TOPOM OTMeyvaeTcs NaTonorus anbMa-3 Lenu.

AHTU-I'BM HepuT Nocne TpaHcNNaHTaLuy Yalle
Pa3BUBAETCA Y MY>UUH C X-CLENIeHHbIM CUHAPOMOM
AnbnopTa, XOTS MOXET BCTpeYaTbCs U MNpu Apyrux
BapuaHTax 3abosneBaHus.

OTHOCUTE/bHO HWU3KWIA PUCK pa3BUTUA AHTU-ITBEM
HedpuTa MMEET MECTO V:

* XKEHLLUMH C X-CLemnneHHbIM CUHAPOMOM AJbrop-
Ta

* NaumMeToB, Y KOTOPbLIX COXPaHseTCs, X0Ts Obl Ya-
CTMYHaA skcnpeccua a3adaS>-TpUMeEpPOB KosnareHa
Tvna IV B 'BM

* MY>UUH € X-CLenneHHbIM BapuaHTOM CUHAPO-
Ma A/bropTa, Y KOTOPbIX OTCYTCTBYHOT HapyLUeHUs
cnyxa, a TIH pa3smBaeTca B Bo3pacTe crapue 40
NeT.

B akcnepumeHTe ceivac n3y4aeTcs BO3MOXHOCTb
MCMNONb30BaHUA KNETOUHbIX MEeTOLOB Tepanuu (nepe-
caflka CTBOJIOBbIX K/IETOK), CTaTUHOB, MHIMOGUTOPOB
mMeTannonpoTenHas n 610Kafdbl XeMOKMH-1 peLenTo-
poB [4].

BonesHb TOHKOWN 6a3anbHON MeMOpaHbl
(BTBEM; «ago6pokKavyecTBeHHas
cemMeiiHaa rematypusa»)

OnpepeneHne. BTBEM paccmaTpuBaeTcs Kak
COCTOSIHME, XapaKTepusyllieecqd YTOHUEHUEM
FEM npu 31eKTPOHHOW MUKPOCKOMUU, KJIUHU-
4yecKku NposiBAAOLLEeCHd M30NUPOBAHHOW rema-
TYpuel, yacTo HabnaatoLWenca y YneHoB 0AHOM
CeEMbW, NPU OTCYTCTBUM 3KCTpapeHasbHbIX Npo-
ABNEHUNA.

WcTopua. BTEM 6blna Bnepsble onucaHa npu-
mepHo 80 fneT Hasaf Kak «KypabenbHas thopma re-
Mopparnyeckoro Hetputa». B ganbHeliwem 6bi110
NpeAcTaBNEHO MHOMO HabNHOAEHWUIA BPOXAEHHOW re-
MaTypumn ¢ XOPOLLIMM MPOrHO30M Mog pasHbIMU Ha3Ba-
HusimK. CBA3b peLmanBMpYHOLLEi 10OpoKaveCTBEHHOM

rematypumn ¢ ucToHueHvem F'EM Bnepsble Oblia Mo-
Ka3aHa B 1973 I. Npu 3/1eEKTPOHHOMMKPOCKOMNUYECKOM
nccnegoBaHUnM HegppobronTatos [9).

JTunonaToreHes. 'eHeTMYeCKMEe UCCefoBaHUA
CBUAETeNbCTBYOT 0 TOM, YUTo BTEM fABnseTca reHe-
TUYECKW reTeporeHHbIM 3a60/1eBaHMEM, KOTOPOE Yvallle
HacnefyeTcs rno ayToCOMHO-LOMUHATHOMY TUMY, KOTO-
pbli pefko HabnogaeTcs Npu cuHApome Asibnopra.

Mo kpaliHeli mepe B YacTu cny4vaes (40%) BTEM
MOXeT ObliTb cBfidaHa ¢ myTauumamu COL4A3/
COL4A4 reHoB, 4TO MO3BOJISET BK/IKOYMTL €e B rpyn-
ny 3abonesaHuii konnareHa tuna IV. Mpu atom, B OT-
Nuyme oT cuHApoma AnbropTa, B 6a3asbHbIX Memb-
paHax rnoMepynsapHbIX Kanwuansapos, HECMOTPSA Ha UX
YTOHYEHME, UMMYHOTUCTOXUMUYECKN BbIABAAETCH
HanMumne BCEX MPUCYTCTBYIOLLMX TaM 0BbIYHO anba-
uenein konnareHa Tuna IV, B ToM yncne anbga-3 u
anbtha-5 [4,9].

MHorve cneunaincTbl CUMTAIOT, YTO abCONHOTHO
YETKOIN rpaHn Mexzay CMHAPOMOM AfbrnopTa u 60ne3-
HbIO TOHKUX MeMOGpaH B HaCTOsILLee BPEMS MPOBECTM
Henb3s. B npuHUMNE He 0YeHb NOHATHO Y)Ke TO, noye-
MY MyTauuun TOro Xe caMoro reHa, Hanpumep
COL4A3, B 0fHUX Cnyyasx NpMBOAAT K Pa3BUTUIO
KapTuHbl BTEM, B gpyrux - ayToCOMHbIX BapuaHTOB
cuHapoma AnbnopTta. Bo BCAKOM c/iyyae MOMbITKA
HaTU CBA3b MEXAY KOHKPETHbIM TUMOM MYyTaluu
COOCTBETCTBYIOLLErO reHa v (heHOTMNOM MOKa 3aKOH-
YWAUCb He CAWULWKOM YyAayHo. Touka 3peHus 06 oT-
CYTCTBMMW HENPEOLOUMON rpaHuLLbl Mexay CUHAPO-
MoM AnbnopTta n BTEM HaxoauT nofsepxaeHve n B
pe3ynbTatax HeKOTOpbIX APYTrMX MeAUKO-TeHeTuyec-
KUX nccnefoBaHnin. Hanpumep, naumeHTbl ¢ Npu3Ha-
kKaMu BTBEM moryT paccmatpuBaTbCa KakK reteposu-
rotol, nmetroume geektHole reHbl COL4A3 nnu
COL4A4 Ha ofHoi xpomocoMe 2. B Takom cMbic/e
OHU AAB/IAKOTCA HOCUTENAMU MOBPEXAEHHOI 0 reHa ayTo-
COMHO-PELLeCCUBHOI0 BapuaHTa cuHapoma Asbropra.
B aHanorMyHoi ponim MOryT BbICTYNaTb U XKELLMHBI,
MMetoLLMe NoBpeXaeHHbI reH COL4AS5 1 cnocobHble
repefatb ero CBOMM MOTOMKAM MY>XXCKOro Mona, y Ko-
TOPbIX B 3TOM CNy4ae pa3BuBaeTCcA X-CLEeNNeHHbIN
cuHapom AnbnopTa. MNpy 3TOM y 60/bLLUMHCTBA XEH-
LMH-HOCUTENeN BbIABNSETCA MUKporematypus (95%),
MCTOHYeHWe 6a3aibHbIX MeM6paH, a npumepHo y 30%
MOXET (hOPMMPOBATLCH K/IMHUKO-MOPKONOrnYecKas
KapTuvHa cuHapomMa AfbrnopTta ¢ Nporpeccupyrowmm
CHWKeHMEM (hYHKLMKM noyeK. [osBneHne nocneaHero
CBA13bIBAKOT C (PEHOMEHOM YaCTWYHOW MHAKTUBAL MU
HOPMasibHOM X-XPOMOCOMbI, KOTOPbI/A TakXe MMeeT
MECTO Y XKEHLLMH C Pa3BUTMEM KMHUYECKOW KapTu-
Hbl 60ne3Hn ®abpun [7] - cMm. HUxXe. B Takmx cuTya-
LMSAX B OHUX K/IETKaX MOXeT «paboTaTb» HOpMasib-
HblIli FeH, B APYTUX - NMOBPEXAEHHBIA. 3TO, Hanpumep,
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NPUBOAUT K MOABIEHNIO KAPUTHbI «MO3aUYHOM» 3KCN-
PeccuMn COOTBETCTBYIOLLUX anbga-Lenein KonnareHa
TMna IV npu MMMYHOTMCTOXMMUYECKOM MCCefoBa-
HUW. HakoHel, MHTepecHbl HabMOAEHNS 33 YieHaMK
cemeli, B KOTOpPbIX HabntogaeTcs ayTOCOMHO-[0MMU-
HaHTHBIA cMHApoM AnbnopTa. [aHHble nauneHThbl AB-
NATCA reteposurotTamu B oTHoweHun COL4A3/
COb4A4-myTauunii u, kasanocs 6bl, 3a601eBaHNe 4on-
YKHO pa3BMBAaTLCA Y BCEX HOCUTENEN 3TOro AedekTa.
Tem He MeHee, 6bIN10 06HAPYXKEHO, YTO Y YacTu npea-
cTaBuTeNell Takux cemel, AeNCTBUTENLHO, POPMUPY-
eTCsA KMHUKO-MOP(OoNornyeckas KapTuHa ayTocom-
HO-AOMWHAHTHOrO CUHApPOMa ANbNopTa, KOTOpbIN
00bIYHO XapaKTepu3yeTca TSXKeNbIM TeUeHMeM, Tor-
[la KaK y Apyrux KIMHWYecKrUe U mMopgonornyeckue
NposiBNieHMA cKopee cooTHocsATea ¢ BTEM [4].

B cBA3M C NpuBEAEHHbLIMU Bbllle CBELEHUAMMU
npegnaratoT BblAeNATb «UCTUHHYIO» BTEM (HekoTo-
pble BUAbI MyTauuii COL4A3/COL4A4) n cnyyaun
cuHapoma AnbnopTa, UMMUTUpytowme BTEM (keH-
WMHbI - HOCUTENW AetheKTHOro reHa npu X-cLenseH-
HOM CUHpOME AJIbMOpPTa, MYXUYMHbI U XEHLLUHbI C
ayTOCOMHbIMK (hopMamMm 3TOro 3abosnesaHus). Teo-
peTnYecKue OCHOBbI TaKOr0 pasfeneHus, no-suaumo-
My, He BMO/IHe 060CHOBaHbI, XOTS B HACTOALLEe BPeMS
OHO MOXET MPUHECTU OMNpefeneHHY NPaKTUYeCKYHo
Nosb3y, XOTA 6bl B N1aHe (hOpMYyIUPOBKU AnarHo3a (Cm.
anarHos v anddepeHumnansHblii guarHos). Ha
npakTnke nNpu 4AUTEeNbLHOM HabNHOAEeHUN AMArHo3
BTEM mHorga NnpuxoAnTLCA NEPecMaTpuBaTh B MoJb3y
AvarHosa cuHgpomMa AnbnopTa.

PacnpocTpaHeHHocTb. BTEM, no Buagumomy, He
OYeHb peakoe 3aboneBaHMe, MOCKOMLKY ee MpU3HaKu
Mpu 31eKTPOHHOMMKPOCKOMUYECKOM UCC/eL0BaHUN
6uonTtata mMoryT BbiaBnsaTbCA B 0,8-11% cnyvaeB y
NnaLMeHTOB C M30/MPOBaHHON rematypueid. Tak Kak
[laneko He BCe HeppobMONTAThLI MNOABEPraloTCa 3/eK-
TPOHHO-MWUKPOCKOMUYECKOMY aHann3y, ecTb BCe OC-
HOBaHMA nonaraTb, YTO UCTTUHHasA YacTtoTa BTEM
CUNBbHO HepjooLueHeHa. 1o HEKOTOPbIM OLieHKaM pac-
npocTpaHeHHOCTbL BTEM B nonynauum MoxXxeT 4oCTu-
ratb 1% un gaxe 10% (1) [4,9].

KnvHvka. Y nauueHTOB 06bI4HO HabnogaeTcs
N301MPOBaHHAA MWKPOreMatypusi, KoTopas MOXeT
BbIABNATCA B pa3HOM BO3pacTe - OT MJ/1afeHYECKOro
[l0 cTapyeckoro. 370 3abonesaHue, Mo-BULUMOMY,
yallle BCTPEYAETCH Y XKEHLUMH, YEM Y MYXKUUH, XOTH
N He BCe UCC/Ie0BaHWA MOATBEPXKAAIOT TaKytl TeH-
ZJeHuuio. Tpu aHanM3e POLOCIOBHbLIX OKa3blBaeTcH,
4yTO MPMMEPHO B ABYX TPETAX C/y4yaeB remartypus
MOXET 6bITb 06Hapy>XeHa, Mo KpaliHein mepe, y 0AHO-
ro U3 PoACTBEHHUKOB. Y OCTaBLUECA TPeTU MOXHO
npegnonaratb passutve myTtauuu de novo uam oT-
CYTCTBME NEHeTPaHTHOCTU Ae(EKTHOro reHa y apy-
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rmx 4neHos cembu [9].

M3peaka MOryT Habnoaatbcs anm3ogbl Makpo-
rematypuu, yatle CBs3aHHble C PeCNUPaTOPHbLIMU WH-
(heKLUAMU NN PUNYECKUM NEePEeHANPSHKEHNEM.

MpoTenHypus nam oTCYTCTBYET NN MUHUMaSIbHA
(< 0,5 r/cyT). Mpuyem OHa vawe BCTpeyaeTca y
B3POC/IbIX MAUMEHTOB, YeM Y AeTeld.

HecmoTps Ha TO, YUTO OTCYTCTBME 3KCTpapeHab-
HbIX NPOABMEHWUIA ABNAETCSH OLHUM W3 YCNOBUI Bblfe-
NeHns BTM, npu gnutensHoMm HabnwogeHnn y 30-35%
NaLMeHTOB C laHHON NaTonorneil MoXeT BbISBNATLCS
apTepuanbHas runepTeHsus. He UCKNIOYEHO, OHAKO,
YTO B TaKUX CNyyasx OHa MMeeT 3CCeHLManbHYI0 Npu-
pody.

TeyeHue 3a60/1eBaHNsA, Kak npasuno, 6naronpu-
ATHOE, XOTA UHOr4a MOXET HabntofaTsCs Mea/ieHHoe
CHVXXEHME (DYHKLMM NOYeK.

Mopdonorus. Mpyu CBETOBOW MUKPOCKONUW MOY-
KN 0ObIYHO BbIFNALAT MHTAKTHLIMW (MHOTAa BbISBNS-
t0TCA 3pUTPOLUTAPHbIE LUANHAPLI B MPOCBETE KaHasb-
ueB). IMMyHO(IIOOpECLEHUNSA - HeraTUBHA. DNeKT-
POHHAas MUKPOCKOMUSA BbISBNAET YyTOHYeHNe TBEM<
200 Hwm. Mpu TonwmHe NBM >200< 250 HM pe3ynbTa-
Tbl CUUATAKOTCA COMHUTENbHBLIMU.

AvarHos u guddepeHumansHblii guardos. Mpu
AnarHoctuke cuHgpoma AnbnopTta 1 BTEM cnegyet
npexpae BCEro y4mtblBaTb CEMENHbIA aHaMHe3. [ns
BbISIB/IEHUA NATEHTHBLIX (POPM MOSIE3HO XOTH Obl 3/e-
MeHTapHOe Hedponoruyeckoe obcnefoBaHue pPog-
CTBEHHUKOB (MUKpOreMatpus, NpoTenHypus, COCTOs-
Hve (yHKUMM noyek). Henb3s 3abbiBaTh TOM, YTO
MOryT HabnoaaTbca U crnopaguMyeckue cnyyau faH-
HbIX 3a060/1€BaHNIM, YTO KaK Y)XXe YKa3blBasioCh BblLLE,
MOXeT ObITb CBA3aHO KakK C OTCYTCTBMEM MeHeTpaH-
THOCTW NOBPEXAEHHOrO reHa, Tak W € pa3BUTUEM HO-
BOM MyTaLuWK.

Heo6x04MMbl KOHCYbTaLUmn 0(hTalbMOOra 1 0T0-
PVHONAPUHIONOra, BbIMOIHEHWE ayANOrPaMMbl.

B 6onee Wwnpokom andhepeHLanbHO-AUarHocTu-
YeCKOM MnaHe cnHApom AnbnopTa u BTEM 06bI4HO
NpUXOAUTCS OTMYATL OT APYrUX BapuMaHTOB K1ybou-
KOBbIX rematypuii: IgA HedpponaTnu, NOCTUDEKLMOH-
HOro rnoMepynoHedpuTa, MebpaHO3HO-NPoAMGepaTmB-
HOro rnoMeppynoHepuTa 1 BONYAHOUYHOIO HedhpuTa.
Takas AMarHoOCTMKa MPOBOAMTCA Ha OCHOBE pPe3y/lb-
TaTOB COBPEMEHHbIX K/MHUKO-UMMYHOMOMMUYECKUX U
MOP(OIOrMYECKUX METOAOB MCCNefoBaHUA C 0613a-
Te/IbHbIM UMMYHOMNKOOPECLLEHTHBIM WU UMMYHOT 1-
CTOXMMUYECKMM UCCNef0BaHNEM HedpobuonTarTos.
Mpy “cnonb30BaHWM 3TOr0 NOAXOLAA BbISBIEHUE ONK-
CaHHbIX BbIlle NPUYUH FNOMEPYNAPHBLIX reMaTypuii
06bI4HO 0COOBbLIX TPYAHOCTEN He MpefcTaBnseT.

B HacToslee Bpems Hambonee JOCTYMHbIM Me-
TOAOM, NO3BOJIAOLLMM He TOMIbKO OT/IMYUTL CUHAPOM
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Tabnuua 3
OnndepeHynanbHaa gnarHocTuka
COMHUTENbHbIX CNy4YaeB* cMHApOoMa AnbrnopTa
M BTBM y B3pocCbIX

CeMeiiHblli aHaMHes3 OnarHos

Het BETEM

Cnyyan rematypun B cembe 6e3 npu- BTBM

3HaKOB MporpeccupoBaHnsa noveu-

HOW HEeAO0CTaTOYHOCTU, BbIPAXEHHOW

NPOTEUHYPUUN, HApYLUEHWIA cnyxa u

noBpexaeHuin rnas

Cnyyan rematypun/npotenHypun, CuHapom  Anbnopra

NMOYEYHOW HefoCTaTOYHOCTU, Hapy-
LUEHWIA cyxa 1 NOBPEXAEHUI rna3 B
cembe

(ayTocomHo-peLieccus-
HbIi, ayTOCOMHO-L0MU-
HaHTHbIN,CLLENEHHBIN C
X-XpoMocomoli)

*KNMHMYeckas KapTuHa npeacTaBjieHa W30/IMPOBaHHON MUK-
poremaTtypwveii, a npu 3/1eKTPOHHOMUKPOCKOMMYECKOM uCCe-
[loBaHWM HedppoBMonTaTa BbIsSIBNSIETCS TOMLKO UCTOHYeHUe TBM.

Tabnuua 4
[MokazaTesnn KJINMHU4YeCKOro aHasnmnsa KpoBUu
6onbHoro C

MokasaTesnn 09.01.04 04.02.04
FeMorno6uH, r/n 150 152
QpuTtpoumTsl, X101 4,6 4,6
TpombouuTbl, X109 322 248
NelikoymnTel, X109 6,2 8,0

CO3, MM/y 2 6

MNokasaTtenn 06u.|,er0 aHanin3a mouum 6onbHoro C

YyecKoe mccnegoBaHne HethpobMoONTaToB A/1s BbisiB/E-
HUsA anba-3, anbha-4 1 anba-5 Lenein KonnareHa
Tnna IV, xenatenbHo He ToNbKO B 'BM, HO 1 B 6a-
3a/1bHbIX MeMbOpaHax KaHabLeB U Karcyne boymeHa.
Mpu guarHocTrke X-CLeneHHbIX BapUaHTOB CUHAPO-
Ma AnbnopTa AONONHUTENBHYIO MH(OPMaL M0 MOXET
faTb MMMYHOTrUCTOXUMWYECKOE McCnefoBaHue 6uno-
NTaToB KOXW (OTCYTCTBME 3KCMpecumn anbga-5 uenm
KonnareHa tmuna V).

MonekynsapHO-reHeTUYeCKNiA aHann3 cKopee Mo-
XET NOATBEPAUTL Hamumne cuHapoMa AnbnopTa um
BTEM, uem oTaMdpdepeHLMpoBaTb KX.

K coxaneHuto, Kak UMMYHOTMCTOXUMUYECKME, TaK
N MONEKYNSIPHO-TEHETNYECKME METOLbl Cceiivac elle
KpaiiHe Mano AOCTYMHbI.

ELle ogHMM BOMPOCOM ABASETCA AnddhpeHLmab-
Has AMarHoCTUKa «UCTUHHOW» BTBEM n BapmaHTOB
cuHapoma AnbnopTa, NPOTEKaloLWero nog Mackol
[06pOKa4YecTBEHHOIN ceMeliHOW remaTypumn. B HacTo-
filllee BPEMSA HA MPaKTUKe Ha Hall B3rnsj MOXHO py-
KOBOACTBOBATLCS CMeAyroLMMM NoAxodaMu K aundg-
thepeHUMaNbLHON AnarHOCTUKe CUHApPOMa AnbnopTa u
BTBEM B COMHUTENbHbIX Cy4asx Y B3pOCabiX (Tabn.
3).

Mpo6nembl, BO3HUKaOLLME NPU JArHOCTUKE CUH-
Apoma Anbnopta n BTEM, nnntoct-
pupyeT cnegytouiee co6CTBEHHOE
HabnogeHue.

MauueHT C., 1987 r.p., Haxogmncsa B

Tabnunua 5

lMokasaTenu 09.01.04 13.01.04 19.01.04 KNUHMKe ¢ 08.01.2004 nio 06.02.2004.

Benok, rin 03 02 Her >Kanobbl Npu nocTynieHUn: anu3o-

NelikounTsl, n/3p. Eannubble  0-1 1 Anyeckue r0n030pr)KeHv|/m, yaule B Be-

3puTpoLUTLI, N/3p. EAvHWYHbIEe  3-4 10-15, u3mMeHeHHble “EPHEe BpeMs, 6e3 YeTKOI CBA3N ¢ (usn-

LUnnuHapsl rmanvHoBble, n/3p.  Het EanHnYHbIEe  Hert YecKoW Harpyskoi. dnusoguyeckue
nogvemsl Al 1o 150 MM/pT.CT., CybeKTUB-
HO NepeHoCcUMble YA0BETBOPUTENLHO.

Tabnunua 6

Brnoxmmunyeckue nokasatesniv uxapakrepucTtnuku

COCTOSIHUA (PYHKUUKM noYeKy naymeHTa C

Moka3aTtenu

KoHUeHTpauus KpeaTuHUHa B CbIBOPOTKE KPOBW, MMOSbL/N
KOHUeHTpaLusi MOYeBUHbI B CbIBOPOTKE KPOBW, MMOb/N
KoHUeHTpauus kanna B CbIBOPOTKE KPOBW, MMOJIb/N
KoHUeHTpauus HaTpus B CbIBOPOTKE KPOBW, MMOSb/N
KoHueHTpauus o6uero kaibLuus B CbIBOPOTKE KPOBW, MMOSb/M
KnupeHc kpeaTuHuHa, Mn/mMuH/1,73 m2

CyTouHas npoTeuHypus, r/cyT

CyTOuHbIli guypes, n

AnbnopTta u BTEM 0T fpyroi rnomepynspHoi nato-
norum, HO 1 6onee-meHee HageXHo AngepeHUnpo-
BaTb 3TW COCTOAHWUSA MeXAay COBOl OCTaeTcs 3/eKT-
POHHOMMKPOCKOMUYECKOW UCCnejoBaHUE He(pobron-
TaToB. MMpo6semMbl BO3HUKAOT Ha PaHHUX CTafusX
cuHApoMa AnbnopTa, Korga no 37eKTPOHHOMMUKpPOC-
KOMUYECKON KapTWHe OH He oTanuum ot BTEM. B
TakuUX Cy4dasx MOXeT MoMoYb UMMYHOTUCTOXMMU-

AHaMHe3 3ab0neBaHuA: ¢ Bo3pacTa 1rof oT-
MeuaeTcs Mukporematypus (1-6 B n/3p). C 14 net
HapacTaHue remaTtypuun go 40-50 apuTpouuToB B

3nauennss M/3p. [ematypus permctpupoBanacb y martepu

nauueHTa, a TakXe ero poAHbIX CecTpbl 1 6pata.
0,09 HapyLeHnit Co CTOPOHbI OPraHoB 3pPeHMUst 1 Cry-
j'g Xa HW Yy KOro W3 POACTBEHHWKOB HE PerucTpupo-
1'4210 Ba/incb. PofHoi 6pat nauymeHTta (1984 r.p.) paHee
2,55 obcnegoBanca B HepONOrMYECKON KINHUKe
106,02 CaHkT-IMeTepbyprckoro rocyfapcTBeHHOro Meau-
Cligg.ﬂ.bl uuckoro yHusepcutetas 2002-m rogy. MNposoau-

nacb Hedpobuoncua u BbICTABAANCHA AMarHoO3
«60ne3Hb TOHKMX MeMbpaH C Me3aHTrnanbHOM
nponudepaynei».

[OaHHble hm3nkanbHoro obcnefoBaHusa: 6e3 ocobeH-
HOCTEA.

PesynbTaThbli nabopaToOpHbIX MUcneaoBaHuii. MNMokasa-
TeNn KIMHWYECKOro aHanm3a KpoBmM 1 06LLero aHanmsa Moym
npefcTaB/eHsl B Tabn.4 u 5.

Buoxmmuyeckme nokasaTeNim B CbIBOPOTKE KPOBU U Xa-
pakTepUCTUKN (PYHKLMOHANBHOIO COCTOAHUA MOYEK Yy na-
LiMeHTa He OTK/IOHANNUCL OT HOpMbI (Tabn. 6). CKopocTb Kiy-
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Puc. 1 Pe3ynbTaTtbl 3N1€KTPOHHOMUKPOCKONNYECKOro Uccneao-
BaHWs HedpobuontTata nauueHta C.

60uykoBoin unbTpaunm (CK®) no cdopmyne MDRD cocTa-
Buna 97,4 mn/mMuH/1,73 M2 nnowaan noBepxHOCTH Tena.

Hedgpobuoncusa

CseToOBas MMKpOCKONusA. B cpesax MO3roBoi M KOpKO-
BbI C/IOW C YMCNOM Knybo4ykoB [0 22. Kny6ouku cpefHUx
pasMepoB C TOHKUMW pa3BepHYTbIMKU NeTnamu. B oTgens-
HbIX Knyboukax HabnofaeTcad HesHauuTe/nbHas o4yarosas
nponudepaLmsa KNeTok Me3aHrus 1 yBenUYeHne Me3aHru-
anbHOro marpukca. basanbHble MeMOpaHbl Kanunispos Ky-
604KOB TOHKME. DYKCUHODUIbHBIE OT/IOXKEHWS TONLKO B Me-
3aHrMK. OucTpotna aNUTeNnA KaHa/bLeB He3HaunTeNbHas,
3epHucTad. B npoceeTax KaHa/bLeB BCTPeYalOTCA CBEXME
apuTpouuTbl. CTpOMa TOHKas, HabnohaeTcs TOMbKO nepu-
BacKynApHbIl cknepo3. Cocyfbl He M3MeHeHbl. Peakuus c
KOHro-poT (-).

MMmmyHotnyopecLueHTHoe uccnegosanue. B kny6oukax
N Ty6ynonHTepCTULNaNbHONW CUCTEME NMOYKU OTNOXKEHUI
MMMYHOTN06Y/IMHOB M KOMMOHEHTOB KOMM/JEMEHTa He 06-
Hapy>XeHo.

3neKTPOHHAA MUKpoOcKonusA. BasanbHble MembpaHbl
rNOMepYNAPHbIX Kanuanspos TOHKME, C POBHbIMU KOHTYypa-
MUW. DNEKTPOHHO-MNOTHbIX 4en03MTOB B MeMbpaHax He Bbl-
sBneHo (puc. 1).

3aknoyeHne. bonesHb TOHKMX MeM6paH C He3HauuTeb-
HOI Me3aHrnanLHoW nponudgepayme.

Ownarxos

BonesHb TOHKMX 6a3asbHbIX MembpaH C Me3aHrnanbHOM
nponudepauueii. CoxpaHHas (YHKUWUSA MOYeK.

B gaHHOM cnyuvae y mauymeHTa u ero 6amkaniumx
POACTBEHHWKOB MO MYXCKOI U XXEHCKOW IMHUN OTMe-
4eHO Ha/M4yme reMaTypum, y pogHoro 6pata npu anek-
TPOHHOMUKPOCKOMUYECKOM UCCNeA0BaHNN Hethpoou-
onTtaTta 06Hapy>eHOo yToH4YeHne FEM. TeM He MeHee
HW Y KOT0 U3 HWX, He 3aperncTpupoBaHO BbIPaXXEHHO
NPOTENHYPUU, ClIy4aeB pa3BUTUA NOYEYHON HeLocTa-
TOYHOCTW, NATONIOMUMN OPraHoB Cayxa W 3peHus. lo-
3TOMY, HECMOTPS Ha BbISIB/IEHNE HE3HAUYMNTENbHOWN Npo-
nuepaum Me3aHrMoLmMToB, KOTopas ABNSETCA BECh-
Ma HecneungpuUYeCcKUM MPU3HAKOM MOYEUHbIX
NOBPeXAEeHWIA, Obl/IM BCE OCHOBaHWS OCTAHOBUTLCS Ha
avarHose bTBM. CyLiecTBeHHO, YTO remaTypus nMe-
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eTca y matepu 601bHOrO, y ero pogHbIx 6parta u cec-
Tpbl. B 3TOM cnyyae cKopee BCEro MOXHO npeanona-
ratb Hanuuve mytauum COL4A3 unn COL4A4 y
matepu (Cnopagnyeckolr uam NonyyYeHHON oT ee po-
autenei - K coXaneHuo ceefeHuii 06 aTOM MoKose-
HUW [aHHOW CeMbW MOAYYUTL HE YAAN0Ch), KOTOPYHO
OHa Mo ayTOCOMHO-J0MUHaHTHOMY MyTU, Hanbosee xa-
pakTepHomy ana BTBEM, nepefana Bcem CBOUM fe-
TAM. ANbTEPHATMBOW MOXET OblTb HOCUTENLCTBO
[edeKTHOro reHa npy ayTOCOMHO-PEeLLeCCUBHOM CUH-
ApoMe ANnbnopTta y BCEX YETbIPeX YEHOB CeMbMU.
O[HaKo, Mano BepPOSATHO, YTO MOBPEX/AEHHbIVA TeH OT
martepu nepeLlen Bcem ee feTaM. B cuny nocnefHe-
ro 06CTOATENLCTBA MOXHO OTBEPrHYTh (XOTH, B NPUH-
LmMne, HeMb3 NOMHOCTLIO UCKMKOYUTL) BapUaHT CUHA-
poma AnbnopTa, CLUENEHHbIN ¢ X-XpOMOCOMOM. Tem
6onee, UTO B TaKOM C/y4vae cfefoBano 6bl 0XuaaTb
60onee TAXKENbIX KIMHUYECKMX NPOSBeHNI 3a601eBa-
HUSA, NO KpalHei Mepe, y npeAcTaBuTenel faHHOM
CeMbM MYXCKOFO nosa.
OnuromeraHepoHusa (onuroHegpuyeckas

ancnnasusa, onuroHegpuyeckas runonnasns)

WcTopus, onpefeneHue, sTuonaToreHes. Onu-
romeraHe(ppoHus BrepBble onucaHa B 1962 rogy. Onu-
romeraHeypoHus ABASETCA OLHON U3 POPM UCTUHHOM
runonnasum noyek. OCoBeHHOCTbIO JAHHOIo COCTOS-
HUSA ABNSETCA YMEHbLUEHWe KONMyecTBa He(hpoOHOB B
OT/IMYMK OT NPOCTOM TMMOMIa3nUK, NPU KOTOPOI YMCNo
He(hpoHOB He M3meHseTca [10-12].

YMeHblUeHWe yncna He(poHOB NPU OIMromMera-
He(pOHMM CUMTAETCA BPOXAEHHLIM, a He Hacnej-
CTBEHHbIM. ECTb NpeanonoXeHune, 4To BO MHOrOM OHO
CBA3aHO C HapyLUeHUSMU NUTaHUA GepeMeHHbIX. UH-
TEPecHo, UYTO He OGHapyXeHa CBS3b MeXAY O/nro-
mMeraHe)poHuel 1 AOHOLWEHHOCTbIO 6epeMEHHOCTH,
YTO MOXET YKa3blBaTb Ha (hOpMUPOBaHUE 3TON NaTo-
NOTUM Ha AOCTATOYMHO PaHHUX CPOKaX BHYTPUYTPOO-
HOro passuTuA. B nocnefHue rogpl, 04HaKo, NosiBu-
NNCb CBefIEHNS, YKa3blBalOLIME Ha FEHETUYECKYIHO
NpeapacnofioXXeHHOCTb K Pa3sBUTUIO OnMromeraHed-
poHuK. Tlpn 3TOM COCTOSHWUM OBHApYXXeHa BepoAT-
HOCTb MyTauun, oTHocAwehcs K PAX2-hakTopy
TpaHcKpunuun. Jpyrum KaHAuaTHbIM FeHOM SBAS-
€TCA reH renayMTapHoro HyKneapHoro gakrtopa 1-6eta
(HNF1I). Tem He MeHee 3TU AaHHble TpebyeT Aanb-
Helilwero noaTeepXaeHus [13].

OnuromeraHepoHus - Knaccuyeckas Mo-
[Jenb reMogMHaMUYecKoro mexaHuama nporpec-
CUPOBAHUA XPOHMYECKON OONE3HU MOYEK.

Mopdonorus. Toykn npu 3TOM COCTOSHMU, Kak
npaswno, Manbl No pasmepam (Macca 06enx nouek y
feTeli coctaBnseT MeHee 20 1), 06bIMHO COCTOAT Y3
OHOW WM HECKONbKMNX foneli. B Knaccuyeckux cny-
Yyasx nonynsums HepoHoB He npesbiwaeT 20% oT
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HopMbI. B TO e Bpems Kyb0uKuM yBeNnyeHbl B fua-
MeTpe NpMMepHO B ABa pa3a, No Mowann B NaTb pas,
a no obbemy - B ABeHagUaTb. [poOKCUManbHble Ka-
HaslbLibl YBE/IMYEHSI elle 6oblue. VX A/MHa B YeTbipe
pasa 60/bLUe HOPMaJibHOM, a 061EM MOXET NPEBbLILLIATD
06bIYHbIA B CEMHafuUaTb pa3. Bce 3To yacTo coueTa-
eTCH C pacLUMpeHVeM HOKCTarIoOMepynsapHoro annapa-
Ta, a B KaHa/bLax Hepeako OTMevatoTcs Hebosblume
[OVBEPTUKYNbI. DTN U3MEHEHMSI PacCMaTPUBAOTCA Kak
NOMbITKa KOMMEHCALMN PEe3KOro YMeHbLUEHNUS Macchl
(DYHKLMOHMPYIOLWMX HEPPOHOB U B KOHEYHOM UTOre
NPUBOAAT K Pa3BUTUIO BbIPXXEHHOIO FIOMEPYSAPHO-
ro CKneposa, UHTEPCTMLUMaNbLHOro hrbposa u Tybynsp-
HO aTpodhun. B No3gHUX CTaguax onuromeraHeqpo-
HUIO MO FMCTOJ/IONMYECKON KapTUHE TPYAHO OTINYUTL
0T rnomepynoHedpuTa nan nuenoHedpputa B (hase
BbIPaXKEHHOT0 CKnepo3a. OHa TaKXe [10BOIbHO PeaKo
coyeTaeTca € APYruMy aHoOMaMsMM MOYEBbIBOAS-
Wwmx nyTer [10].

KnumHuka. B Knaccu4yecKom BapuaHTe Onurome-
raHe()poHUA, Kak NpPaBwo, BbIABASETCA Y AeTell yxe
Ha MepBOM-BTOPOM rofax »XusHu. B aTom Bo3pacTte
OHa MpoABNAETCA NONUYPUEN, NOAUAUNCUEN, Anapeei,
PBOTO, OCTPOW Aernapataumein. Y naymeHToB BbISB-
nseTcs HapyLUeHue peabcopbLMM NOHOB HATPUA, CHU-
YKEeHWE KNMpeHca KpeaTuHWHA, MeTabonmyeckunin aum-
[103 CO CHKEHHbIMU 3HavyeHusAMU HCO3 v NoBbILLIEH-
HOWA CbIBOPOTOUHOM KOHLeTpauueli Cl-, yMepeHHON, HO
HEYK/OHHO MpOorpeccupyioLLeil NpoTeuHypren, npu
OTCYTCTBUU UAU CKYLHbIX U3MEHEHUSX MOYEBOro
ocafka. HapyLueHus (yHKLMA NoYeK pa3BuBaloTCs B
TeyeHun 10-15 neT W, BEPOATHO, accouMmpyroTcs ¢
HapacTaHMeMm 006LLeil MacCbl Tena N0 OTHOLLEHUIO K
macce Moyek, pasBUTMEM FIOMEPYNSPHOro CKNeposa,
aTpothmm KaHasbLeB Y MHTEPCTULMANBHOTO CK1epo3a.
ApTepuanbHas runepTeH3ns NoABAseTcs B CTaguu
TEePMMUHaNbHONM NOYeYHON HegocTaTouHocTKM [10].

OfHako B nocfiefHee BpPems BCe uvallle nepsas
MaHUecTaLns 0NUMroMeroHedpoHnn HabngaeTes y
NOAPOCTKOB UM MONOALIX B3pOCAbIX ntogein [14]. B
KaKoOR-TO Mepe 3TO COOTBETCTBYET MHEHMHO O BPOX-
[leHHOM, a He HacneACTBEHHOM XapakTepe JaHHOM na-
TOMOMNK, XOTA N HEKTOpPble HacneACTBEHHbIE 3abone-
BaHWA Noyek (Harnpumep, CUHAPOM MMTeNIbMaHa) TOXe,
MHOrAa, BrepBble NPOSBAAIOTCS BO B3POC/IOM WU adKe
NoXunom Bo3pacTe. B cnydyasax nosgHein maHudecTa-
LMN OfIMroMeraHeq)poHNM, KOTOPblE MOXHO CBA3aTh C
OTHOCUTENbHO YMepPeHHbIM YMeHbLUEHWEeM Yucna He-
(hpOHOB, MO Mepe HapacTaHus 06LLel maccbl Tena no
OTHOLLEHMIO K AepuLmMTy HEPPOHOB MOXET MPOSABUTL-
CA KNMHWKO-N1abopaTopHas CUMMMNTOMATUKA.

MpuBoaMM cO6CTBEHHOE HabnoaeHwe.

BonbHoin M. 20 neT, CTYAEHT MOCTYNUA B K/IMHUKY
3.02.2004 r. B NNaHOBOM Mopsijke ¢ xanobamn Ha Heornpese-

NeHHbIA, NepuoanYeckn BO3HMKAIOLWMIA JUCKOM(OPT B MO-
ACHUYHOI 0bnacTu.

M3 aHamHe3a 3a60neBaHNs U3BECTHO, YTO B BO3pacTe
14-15 neT npu cny4aiiHoli cfave aHanusa mMoum (npodoc-
MOTp) BbisiBNeHa npoTenHypus (1,0 r/n). Cy6beKTUBHO Xa-
no6 He npefbasnAn. MMNepTeH3nn, OTEKOB, [U3YPUYECKUX
paccTpoiicTB He 6bi10. B 2000 r. mpu cfave aHannsa mouu
BHOBb BbIfiBfIeHa NpoTenHypusa (6onee 1,0 r/n), eAMHUYHbIE
3pUTPOLMTBI B N/3, HE3HAUNTENbHAA NEAKOLMTYPUS N LNANH-
Opypus. B ToM e rogy o6cnefioBaH CTaLyoHapHO B Hedpo-
NOTMYeCKOM OT[ENIeHNMN, HO Hedpobuoncmsa He BbIMONHA-
nacb. O6Hapy)XeHa aHOManua pasBUTUSA NOYeK: YABOEHMe
NeBOI MOYKN MPU COXPaHHOW QyHKLMK nodek. O6cyxaan-
€A BOMPOC O HalIMYMM XPOHMYECKOro rNoMepynoHempuTa.
Mpoxognn ctaymoHapHoe o6cnefosaHue B 2001 T., 1 BHOBb
nauueHT 1 ero poACcTBEHHWKM OTKasaJncb OT NPOBefEeHMA
fumarHocTnyeckoin Hedpobuoncmm. Torga e BbINOAHeEHA
KoMMbloTepHas Tomorpadusa nouek (KT). O6HapyxeHa KT-
KapTvHa ANddY3HbIX M3MEHEHUI A napeHXMbl 06emx MoYek
no Tuny Hedpockneposa. [aHHbIX 3a 06BEMHbIA MpoLecc
He MONyYeHo. B nepuvofmyeckn cAaBaemblX aHanM3ax Moyu
BbISIB/ANACh [OBOMIbHO CTOWKas NPOTEMHYPUA KaK MpaBuio
Ha ypoBHe 1,0 r/cyT. B saHBape 2004 r. B aHann3ax moum 6e-
nok 1,1-3,3 r/n, neiikountsbl 0-1 B N/3, eUHNYHbIE 3PUTPOL M-
Tbl. YpOBeHb CyTOuYHOI npoTenHypun (CM) coctaBun 3,6 r/
cyT. B cBA3M € 3TUM 6bIN BHOBL FOCNUTANN3NPOBAH A/19 YTOY-
HeHns AuarHosa.

N3 aHamHe3a >Ku3Hu. Pogunca B r. 3nucTa. HacneacTseH-
HOCTb He OTAroLleHa, Bec npu poxgeHum 3,100 kr. C 2000 r.
npoxueaeT B CaHKT-lMeTepbypre. YCnosms XuU3HW B [IeTCTBE
xopowive. B apmuu He cnyxun.

B petctee nepeHec Kopb. B 1999 r. onepmposaH no no-
BOAY Bapukouene. Bo B3pocnom BospacTe cTpajas TONbKO
OPBW. YKasaHuil Ha NWLLEBYIO WM NEKAPCTBEHHYHO annep-
rnio He 66110, MaTb 3g0poBa. O6 0TLE UKW APYTUX POACTBEH-
HWKax CKOMb-HWOYAb MOAPOGHbLIX CBEAEHUIA MNONYUYUTb He
yfanoce.

Mpy NOCTynneHnn CocTosiHWe YAOB/IETBOPUTESNILHOE, CO-
3HaHVe ACHOe, HOPMOCTEHMK, pocT 187 cm, macca Tena 73 Kr,
KOXHbIE MOKPOBbI YNCTbIE, CYCTaBbl He U3MeHeHbl. Co CTopo-
Hbl BHYTPEHHWX OPraHoB U cucTeM 6e3 0COBEHHOCTEVA.

AHanns CbIBOPOTKU KPOBU Ha MOMEHT rocnutanunsa-
umu: obwmin 6enok - 71,0 r/n (anbbymuH - 56,8%, rnobynu-
Hbl - 43,2%: ar 2,3%, a211,3%, b-15,0%, g-14.6%), KpeaTu-
HUH - 0,18 mmonb/n, moyeBuHa - 10,0 mmonb/n, Mmo4eBas
kucnota - 0,44 mmonb/n, C-peakTuBHbIA 6enok (-), xonecte-
pvH - 5,4 mmonb/n, rnwkosa - 4,3 Mmons/n, 6unnpyouH -
9,8 mkmonb/n, ACT - 0,48, ANNT - 0,54, Na - 141 mmons/n, K
- 5,0 mmons/n, Ca (MOHU3MPOBaHHLIN) - 1,16 mmons/n, Fe -
10,0 MKmonb/n.

Mpun akckpeTopHoW yporpagumn oT 03.01.2001 TeHm
MoYeK pacrosfioXeHbl 00bIYHO. BbiBegeHne KOHTpacTa cnpasa
3aMef/ieHO C 3- MUHYTbI, MONOCTHasA CMCTEMa JIEBOV MOYKM
yfiBoeHa. TOHYC MOMIOCTHBIX CUCTEM CHUXeH.TOHyC moue-
TOYHUKOB CHUXeH. Pa3mepbl noyek - crpasa 10x4,5 cm, cne-
Ba-11x5 cm.

CoHorpacma novek oT 07.12.2001: CHWXeHMe noyey-
HOro MHZAeKca CreBa, CHUXXEHWE MOYEYHOro KpPoBOTOKa Cre-
Ba, Y/[BOEHME Yalle4yHO-I0OXaHOUHOW CUCTEMbI CreBa.

Mpo6a 3MMHMLKOro: HoYHO anype3 - 810 mn, fHEB-
Hoi anypes3-1000 mn, 0OTHOCUTENbHAsA NAOTHOCTb Moyn 1008-
1013.

O6Lwmin aHann3 moun: 6.02.2004. LiBeT - ¢/, peakuus -
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Puc. 2. YBenuueHHblii B pasamepax TOHKONETAUCTbIN Knyb6ouek
6e3 nponudepaymn 1N paclinpeHns Me3aHrmanbHOro MaTpuk-
ca (PAS-peakuus, yB. x 400).

Puc. 3. YBennueHHblii knyboyek ¢ TOHKMMU 6asanbHbIMU MeM6-
paHamu, 6e3 pacluMpeHnst Me3aHrmasibHoro MaTpukca 1 KneTou-
HOW  nponudepaumn. YMepeHHbli  CK1epo3  Kancynbl
LLlymnaHckoro-BoymeHa (cepebperue no xoHc-Moypu, yB. X 400).

Kucnasi, OTHOCUTEeNbHaa NAoTHocTb - 1010, 6enok - 0,74 r/n,
L- 0-2Bn/3, Er- 0-1 B n/3. O6wWmi1 aHanm3 moum 10.02. 2004.
LiBeT - c/X, peakuus - Kucnas, 0THOCUTESIbHAA NIOTHOCTb -
1002, 6enok - 1,0 r/n, L - 0-1 B n/3, Er - 0-1 B n/3. O6Lwmin
aHanu3 moum 13.02. 2004 LiBeT - c/kK, peakums - Kucnas,
OTHOCUTENbHAsA NAOTHOCTL - 1012, 6enok- 1,04 r/n, L- 0-1 B
n/3, Er - 0-1 B n/3, efJUHNYHBIE TUAIMHOBBIE LUIMHAPDI.

dyHKUNOHaNbHoe uccnegosanne noyek. KoHueHTpa-
LMK B CbIBOPOTKE KPOBW: KpeaTuHWHA - 0, 18 mmonb/n, mo-
YyeBUHbl - 10,6 mmons/n, KnupeHc kpeatuHumHa (Ccr)-51,1
MN/MWH, cyTouHas noteps 6enka (CIMB)-2.51 r/cyT. PaccuyeT-
Has CKOpOCTb Kny6oukoBoli (unbTpauun (pCK®), oueHeH-
Has cornacHo ypasHeHuto MDRD7- 42,4 mn/MuH.

Takum 06pa3om no pesynbTaTam (PYyHUMOHANIBLHOrO 06-
CnefoBaHWe MOYEK OMpefensnnch Cnefytowne HapyLleHus:
HayasbHas a3oTemMus, CHMXeHne CK®, oLeHeHHOW kak no
K/IMpeHcy KpeaTUHWHa, Tak 1 opmyne MDRD7. Kpome Toro,
UMeNnn MecTo yMeHblleHne knupeHca Ca (0.47 MA/MUH) ©
3aKOHOMEPHOE HapacTaHue 3KCKpeTupyemblX (pakuum Ha-
Tpua (EFNY, xnopa (EFQ), HeopraHuyeckoro ocgopa (EFp)
- 1,60; 2,28; 26,96%, cooTBeTCTBEHHO. OTMeYanacb BbICOKast
CYTOYHas 3KCKpeuus aMMmaka v MOYeBOWR KucnoTsl. [Mo-
[06HblE N3MEHEHNA COOTBETCTBYIOT XPOHMYECKOW noyey-
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Hoi HepocTaTouHocTK (XIH) 1A cT. nam XpoHuyeckoii 60-
nesHu noyek (XBIM) 3 cT.

Hedpoburoncusa. MNpn cBeToBoi MUKpocKonmmn (8 cTaH-
[apTHbIX OKPacoK) onpeaensncs KOPKOBbIA CNOA C YMCAOM
Knybo4koB A0 11, 2 U3 HUX CKNEPO3MPOBaHbI MOMHOCTLIO.
OTMeyaeTcq ABYKPaTHOE yMeHbLUeHMe Yucna KnyboyKoB Ha
eAvHULY nnowaan. Pasmep k1yboyKoB yBe/n4yeH B 4 pasa.
Kny604ku TOHKONETANUCTbI, 63 NPU3HAKOB KIETOYHOW Mpo-
nuepaLmn 1 yBenuyeHUs MesaHrmanbHoro marpukca. Kan-
Cynbl KNy604YKOB HECKOMLKO YTOJLLEHbI. ba3anbHble Mem6-
paHbl Kanunnapos Ky604KoB TOHKME., PYKCUHOPUMBHBIX
OT/IOXKEHWIN He onpegensetca. B ogHoM kny6ouke rmanmHos
npusogAwei aptepun. Auctpodmnsa anuTenns KaHanbLes
yMepeHHas, 3epHUcTas. HeckonbKo y4aCTKOB 04aroBoro
CKNepo3a CTPOMbI, B 30HE CK/1ep03a MHOMO MEHUCTbIX Kie-
TOK. ApTepuu cpefHero kanubpa He M3MeHeHbl. Peakuus c
KoHro-PoT oTpuuarensHas (puc. 2,3).

3akntoyeHve. Mo gaHHbIM CBETOBO MUKPOCKOMUU: AaH-
HbIX B MONbL3Y NOMepYNOHePPUTA HET, NMPU3HAKN YMEPEHHO
BbIPAXXEHHON OnMMeraHeqpoHnK.

Mpn MMMYHOM/TIOOPECLLEHTHOM UccnefoBaHUmM 6uo-
nTaTa (MCnonb30BaINCL aHTUCLIBOPOTKM aHTH Ig, aHTu IgG,
aHT IgM, aHTn IgA, aHtun Clg, aHTM C3 BbISBNEHO OTCYT-
CTBME OTNOXEHWU MMMYHOrN06YNMHOB B Knyboukax u Ty-
60M10MHTEPCTULMANBHON CUCTeME.

m3aK/NoYeHne - onMroMeraHepoHua

KnnHnyecknii gmarHos: onuromeraHeqpoHus, yasoe-
HWe NeBOi MOYKW, N30NNPOBaHHbIA MOYeBO cuHAPOM, XBI
3cT., XIMH AT

Tepanus. B HacToswee spems csogutca K 3MT
npu passutumn TMH. Mpu HanMuMK apTepranbHON ru-
nepTeH3nn Ha3HayaeTcs rMNOTEH3MBHAA Tepanus.
MocKOMbKY, KakK YKa3blBasoch Bbllle, 0/IMroMeraHeq-
pPOHUA ABNAETCA MPUMEpPOM MPAKTUYECKM YUCTOrO
reMmoguHaMnyeckoro nyTu NporpeccMpoBaHmns XpPoHK-
YecKoi 60/1e3HN NOYEK MOXHO OXMAATb OMpejeseH-
HbIX Pe3ynbTaToOB OT Ha3Ha4YeHWs ManobenKoBon gue-
Tbl, MHrM6UTOPOB AM®, 1 6nokatopos AT1-peuenTo-
poB aHrnoteHsnHa Il. K coxaneHuwo cefeHwnii 06
3(h(heKTUBHOCTM TAKOrO NIEYEHUNS NPW OfIMromeraHed-
POHUUN B HACTOSALLEe BPEMS HET.
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