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Hezuzeu co300p: mykym Kyyuy amuiouoos, yu-Oynenyk
Maxn-Yancmun amunoudoux negpponamusicel.

Onucan knunuueckuti ciyuai  peoko2o u mpyomoouae-
HOCMUpyemo20 3a601e8anus, Bbl36AHHO20 PACCMPOUCMBOM
o0bmeHa 0co6020 uda GubpuIIAPHLIX 6e1K08, 00YCI061EHHO20
UMMYHONOSUYECKUMU PeaKyUaMU U 2eHeMUYecKumMu Hapyuie-
HUAMU.

Knrwueevle cnosa: nacieocmeennviii amunouoos, cemeli-
Has amunoudHas neghpponamus Maxna-Yanca.

A clinical case of a rare and difficult-to-diagnose disease
related to disordered metabolism of particular types of fibrous
proteins, immunologic reactions, and genetic disorders is
described.

Key words: hereditary amyloidosis,
familial amyloid nephropathy.

Muckle-Wells

XpoHMYECKHE BUPYCHBIE TEIATHTHI U ITUPPO3 YacTOo
npuxoauTcs AupGepeHUpPoBaTh CO MHOTUMH IMOpaKe-
HUSMH ~ TICYCHU, MPOTCKAIIIUMH C IKEITYXOH U
rermaToMerajinei.

Awmuonio3  xapakTtepusyercs HMH(pHUIbTpaimen
OpTraHOB BOCKOBUIHOM CyOCTaHIMEH, P OKPAITHBAHUN
HATIOMUHAMOMICH KpaxMmay. 3a0olicBaHHE  BBI3BAHO
paccTpoiicTBOM oOMeHa 0coboro Buna (GpUOPHIIAPHBIX
0€IKOB, MMMYHOJIIOTHYECKHUMH pPEaKIHUIMH W TeHETH-
YeCKUMH HapymeHusMH [ 1.4].

3HaueHHe TEeHEeTHYeCKUX (PAKTOPOB B Pa3BUTHH
aMWIIONI03a TIOATBEP)KIACTCS CBOEoOpasmeM Treorpa-
(UYECKOro pacCHpOCTpPaHCHUS, M BKJIIOYAIOT B cels
ATTR — AMHIJIONJIO3, k KOTOpOMY OTHOCSIT CeMei-
HYI0 aMWIOWIHYI MOJHMHEUPONATHIO, KapIHOMaTH-
YEeCKHl aMUJIOUI03 C ayTOCOMHO-JIOMHHAHTHBIM THIIOM
HacienoBaHus; AA-aMWIOHAO3 TNpU TMEPUOJUUYECKON
OonesHn  (CpeAM3EeMHO-MOpCKas — JIMXOpajka) W
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CeMelHyI0 aMWIONIHYI0 Hedpomatuio Makma — Yaca,
KOTOpAasi, MPEUMYIIIECTBEHHO BCTPEIALTCS y ITHUICCKHUX
€BpeeB M apMsIH.

IIpuunHoOlt ceMelHOW aMUIOUIHOW HeWpomaTHu
ABIISIETCA Me(eKT reHa, OTBEYAIOIIero 3a CHHTE3 TpaHC-
TUPETHHA, KOTOPHIA TIABHBIM 00pa3oM MIPOWCXOIWT B
TICYCHU.

W3onupoBaHHBII aMHUJIOUI03 TICUCHH — PEIKOE 5B-
nerue. OOBIYHO — IPOUCXOANT OJHOBPEMEHHOE OTII0MXKeE-
HUC aMIIOW/a B ICYCHH, MTOYKAX, CEIC3EHKE, KUIICYHU-
ke. [1o wacToTe mopaxxeHus MeYeHb 3aHUMACT 3-€ MECTO
nociie movyek u cepauna.HanGonee uwacto BcTpewaercs
BTOPUYHBIA aMUJIOWU03, pa3BUBAIONIMICS Ha (OHE
TyOepKkyné3a, peBMaTHOIHOTO apTpuTa M Jp. OnucaHbI
TaKXKe TEepBUYHBIC (MOUOMATHYECKUE) W HACICICTBEH-
Hble (opmbl 3a0oneBaHuA.OOMMM UIsI BCEX BHJIOB
aMHIJION03a SIBISETCS BHEKIETOYHOE OTJIOKEHHE TPYH-
HOPACTBOPUMBIX (PUOPHILTAPHBIX OEJIKOB C XapaKTePHBI-
MU THHKTOPHAIHHBIMH CBOMCTBAMU.

CHCTEeMHBII BapHaHT aMUJION103a — IeNaTOCIIICHO-
Meranus Bcrpedaercs B 32-100% cmydaes. Ilpu nane-
MaIMy TEYCHb IUIOTHAsI, MaJ00OJIe3HEHHAs, 3HAYNUTCITh-
HOC yBEJIMYCHHE ¢ Pa3MEpOB - HA IMO3IHHUX CTaJHAX
oone3ur. OmHAKO IEYEHOYHO-KIETOYHAs HEIOCTAaTO4-
HOCTH pa3BuBaeTcs peako. OmucaH AeO0T 3TOU QOpPMBI
aMHIJIONI03a C BOSHUKHOBEHHEM XOJIECTaTHIECKOH Kell-
TyXW, 32 CYET HMHTCHCHBHOTO OTJIOXKEHHS aMHJIOHAA,
HApYIIAIOMIEro OTTOK JXKETYH B KAHAIBIBI M MEJIKHE
JKemuHble TpoToku. [IporHo3 mpu xomjecrtaze KpaiHe
HeOnaronpusTeH. [[aTOrHOMOHUYHBIM SIBIISIETCST  TTOpa-
JKCHHE f3bIKa B BHUJIC MAaKPOTJIOCCHH. BO3MOXKHO pa3BuH-
THE HEPPOTUIECKOTO CHHIPOMA WK MPOTPECCUPYIOMICH
MMOYCYHON HEJOCTATOYHOCTH [4].

Jluaenocmuxa: 'y 85-90% OONBHBIX B CHIBOPOTKE
KPOBH WM MOYEC BBIABISIIOT MOHOKJIOHAIBHBIN OCIIOK.
Ocrampabie 10-15%- 3T0 OONBHBIE C HECEKPETOPHBIM
amuono3oM. [lpu Y3M-MOTYT BBISBISATBCS MHOMXECT-
BEHHBIE Ne(EKTHl HAKOIUICHHS, HAIOMHHAIOMINE METa-
CTa3sl WM TOMOTCHHOE YIIJIOTHEHHE TKaHU II€YCHH.
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OTCyTCTBHE IIUPPOTUYECKHUX y3JIOB. ENMWHCTBEHHBIM Me-
TOJIOM MPHXU3HCHHOTO MOP(OIOTHYECKOTO MOATBEPIK-
JeHWsT auarHo3a ocrtarcs Owomncus (mécHa, mpsMas
KHIIIKa, KOXKa, TICYCHB).

B neuenuu paznpiMu aBTOpamu [2, 3, 4] mpenna-
rafoTCs ANKWIMPYIONINE MUTOCTATHKH, MelI(onaH u ap.,
a TaroKe MPeIHU30JIOH Wi JIeKcaMeTa3oH. B mureparype
UMEIOTCA JaHHbIE 00 YCIIEITHOM NMPHMEHEHHH IeKcaMe-
Ta30Ha B COYECTAaHWH C TMIpernapartaMu HHTephepoHa-
anbda. VimeroTcs cBeleHus O MPUMEHEHWH KOJIXHIIMHA,
JleNiaruiia, MeTHOHWHA, TUKIo(eHaKa, a TAKKe PEKOMEH-
JIAIys YIoTPeOsATh B MHUILY CHIPYIO ITe4YeHb. TpaHcaHa-
Ul TICYCHH- CIUHCTBCHHBIA A(PQPEKTHUBHBIA METOJ
JICUCHUSL.

Ilpocno33aBUCUT OT CTCIICHU BOBJICYCHHUS IKH3-
HEHHO Ba)KHBIX OpTraHoB. [IpogommKuTEIHOCTD )KHU3HHU C
MOMEHTA BBISBIICHUS 00JIe3HHN He TipeBbInaeT 13-24 mec.

Kannunvecknii cayuaii. C.Cepreit, 1961 r.p.
HanpasyieH O6actHo# OonpauIeH T. Tapas (Kazaxcran)
HAa KOHCYNBTaIlMI0 B  TeNATOJNOTHYECKUH  MEHTP
«TAJIMUP» (r. bumkek) ¢ auarHo3om: [{uppo3 nedenn
knacc B mo Yaiinag Ilsto B ucXome XPOHUYECKOTO
HeBepU(HUIIMPOBAHHOTO TemaTuTa (TOKCHYECKOrO TIera-
TUTa?), MOPTANTbHAS TUTICPTCH3HS, ACIIUT.

BonbHOW HaxomwiCs HAa JICUCHHH B IeNaTOJIOTH-
yeckoM 1ieHTpe «{AJIMUP» ¢ 08.06 mo 12.06.15, rne
JIUArHOCTUPOBAH HacieocmeeHHbll CUCMEeMHbIT aMul-
J0U003 nevenu u novex — cunopom Maxna - Yanca, na
gone moxcuuecko2o nopasicenus OaHHbIX OP2AHOS.

OCTOXHEHUS: 2enamo-peHatbhvili CUHOPOM, X0J1eC-
mamuyueckas sxcenmyxa, XIIH II-1lIct

BoneubiM cebs cumrtaer ¢ mrions 2014 r, xorma
MOSIBIJINCH CJIA0OCTh, CHIKCHHE alllIeTHTa, CYXOCTh BO
PTY, B3IyTHE )KUBOTA, IpUMeCh KpoBHU B criepme.C auar-
HO30M XPOHHUYCCKUHU MPOCTATHUT JICYWJICS Y YpOJIora.
JKentymHocTh CKIep M KOXH TOSBWIACH B (eBpaie
2015 r. C HapacTaHHUEM JKENTYyXU NPUCOCAUHWINCH
OccCOHHUIA U 3ya KoXd. HeOomnbImoi aciutT B MaJioM
Ta3y yCTaHOBJICH TOJBKO B cepenuue mast 2015 roga. 3a
4 mecsma 6one3nu noxynen Ha 20 kr. Panee remarutom
He OoJern.

IIpoxuBaer B 1. Tapas, mocie HEIDHEKTHBHOTO
JICYEHUS TeMaTo-TIPOTEKTOPAMH, JKEITIETOHHBIMU (ypco-
caH, TenTpai) U Je3NHTOKCUKAIIMOHHBIME TIperapaTaMu
OBLT HATIPaBJICH B HH(PCKIIMOHHYIO OONBHUITY T. ACTaHEI,
IJie MpoIIeN IOJIHOe obOclienoBanue. Mapkepsl BHpYC-
HbIX TenatutoB B, C u D He oOHapyxeHbl. Pe3yibraTh
00cieIoOBaHUS HA I[IMTOMETAJIOBHPYCHYIO, TCpPICTU-
YecKyr0 HH(GEKIUU, UCPCHHHO3, JIMONno3, amEéouas,
TOKCOIUTa3MO03, JICNITOCITUPO3, MHOEKIIMOHHBI MOHOHYK-
€03, Opynei€s u Ap. ObUTH OTpUTIATENLHEIE.

OOmmii aHamu3 KpoBU: remoriobud - 140 1/m,
sputpouutsl - 4,5x10'% /i ; TpomGomutel - 5960000.
Jleiikorutsl - 31,8x10%/1; s03uH0MHUIE! - 3%; /5 - 6%;
c/s - 73%; mamd. - 14%; MoHOTUTHI - 4%.

OO6mmit Owmpyoun - 497 mr npsimoit - 331; He-
npsimMoit -166 Mxmoune/n1. ACT - 1762; AJIT - 1915 E/I;
TIIF0KO3a KPOBH - 3,7, muacrasa - 58 MMOJB/I, THMOJIO-
Bas mpoba - 6 ef., menouyHas ¢ocdarasza -184 Mmons/i.,
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o0wwmii xonectepuH - 9,9MMoub/n.  AHanu3el Ha ayTo-
UMMYHHBIH IeaTUT U TUPEOUIUT — OTPHUIIATCIILHBIC.

OOmee cocrosiHe OOJBHOIO TPH MOCTYIUICHUH
ObUTO TsKENOE, CO3HAHWE SICHOE, HECKOJBKO 3aTOpMO-
JKeH, Ha BOTPOCHI OTBEYAET NPAaBMIIBHO, HO C OIO37a-
HueM. CHIDKEHHE BHHUMAaHHS, MEIKOPa3MaIlIUTCTHII
TpeMop, OPHEHTANNs B OKpY’KaloIlel cpee CoXpaHeHa.
Kamyercss Ha OCECCOHHHIly, KOTOPYIO CBS3BIBaET C
MYYHUTEIHHBIM 3yI0M KOXH. [IOHIKEHHOTO TTHTaHHs, HO
He uctomién. CKiepbl, CIU3UCThIE OOOJIOYKH POTOBOM
MOJOCTH W KOXKHBIC IIOKPOBBI PE3KO JKENTYIIHBI, C
3€JIeHOBAaTO-KOPUYHEBBIM OTTeHKOM. Koka cyxas co
cieamu «pacuécoB». Ha koxe pacmmpeHHOH BEeHO3HON
CEeTH,«EYEHOYHBIX)»  JIaJOHEeH, TeJIeaHTMdIKTa3uil H
JIpYruX BBICHIIaHMH He oOHapyxkeHo. CoO CTOPOHBI
nE€rKuX U cepana — 6e3 ocodennocreit, A/J1 90/60 Mm.pT.
ct. Ilynec cmaboro Hamomuenws, 82 B | muH. Ilepu-
(epryeckue MUMpaTHISCKUE Y36l HE yBETUUEHBI. SI3bIK
YTOJIIEH, TYCTO 00JI0XKEH JKENTHIM HAJIETOM M HCUEPUCH
riryooxkumu Oopo3gamu. OTMedaeTcss OOMIBHOE CIFOHO-
TedeHue. JKUBOT 3HAUNTENBHO YBEIWUYEH B 00BbEME, W3-
32 pPEe3KO YBEIMYEHHBIXIICYCHN Hcene3¢HKU. IleyeHb
OueHb IJIOTHAs, BHICTYIAeT paBHOMEpHO Ha 15-17-16 cm
u3-1oJi pEOEpPHOro Kpasi, MOBEPXHOCTh TIJajKas, Kpai
3akpyriéH. Cene3€Hka Takke IJIOTHAs, yBelndeHa Ha 12
cm. [Ipu nanpnanum oTMedaercsi OOJNE3HEHHOCTH B Ipa-
BOM IoJpe0epbe 1 SNHUracTpaibHON 00acT. AcuuTa U
nepudeprdeckux oTEKoB HeT. Ha roneHsx ompenense-
TCS TAcTO3HOCTh. KpoBOTeueHHWs 3a Bech MEPHON
6one3nun He 0buT0. CTyINI HEYCTOWYHMBBIN, Yalle - 3aTOPBI.
Mouurcs maio.

IIpoBenena ¢ubposnacromeTpus mnedeHu — F4,
anactuaHocTh — 75 k[la. Ananm3sl Ha BUY-un(ekmnmro
OTpHUIaTENIBHBIE.

Hamu npenBaputensHo quarnoctuposaH: [lepBuu-
HBIIl OWnMapHbId Uppo3 nedeHn + CKIepO3UpYIOIUi
XOJNIaHTUT («OBepiarm CHHIPOM»), HE HCKIIOYaeTCs
METacTaTHYECKUH paK IeUeHH.

Hasznaueno cootBercTBytoniee jeuenue. Ha BTopoit
JICHb IOIMOJHHUTENFHO K aHaMHe3y YyCTaHOBJICHO, YTO
MAIMeHTB IIOCIEIHUE TONBI PabOTaeT  CTONAPOM,
MOCTOSTHHO TIPUMEHSET Kpacky. JKUBET B OJIaroycTpoeH-
HOW KBapTHpeE, BoJa IeHTpaln3oBaHHas. [lepen 3abose-
BaHHWEM €J IIANUIBIK W3 IIONYCHIPOTO Msica coOaku.
YacTo ymoTpeOIsieT B MUy PHIOY.

[pu Y3U u nonmneporpaduu: DX0 NpH3HAKU
renaTo-CINICHOMETallnd ¢ TU(QQY3HBIME HW3MEHEHHSIMHU
MapeHXHUMBbl NEYECHH, IMOJDKEITYJOYHON HKeJe3bl; LUpPpPo-
THUYECKHE Y3Jbl W METAacTaTHYecKHe ovarun He OoOHa-
pyXeHbl. BHyTpHuneu€HOUHBIE MPOTOKM HE PACIIUPEHBI
W He CKJIepo3upoBaHbL [lapeHXWMa Me4YeHH yMEpPEHHO
HEOJHOPOAHA, aKyCTHYeCKH YyIuloTHeHa. Ciemsl CBO-
00IHOI KUIKOCTH B MAJIOM Ta3y.

YuuTeIBasg [OTIOJHUTEIHHBIN aHAMHE3 W JaHHBIE
V3U, MBI TIPEATONOKUIN BO3MOKHOCTh TOKCHYECKOTO
reraTHTa U FeIbMMHTO3HOTO TOPAYKEHHUS TIEUYCHH.

Hasnavena exjvantibus tepanus: Ans6ennazon 400
MT 2 pa3a B JICHb.
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9.06.15 momydeHs! aHaIM3bBI: COJCPIKaHUE OOIIETO
Oenka KpoBH - 62 1/1, anpOymuHoB - 40,4 /1 (mocie 2-x
KpaTHOTO BBeJeHUS anbOymmnHa). MoueBuHa - 29,5
MMOJIB/JI, OCTaTOYHBIA a30T-64MMOJIB/J, KPEaTWHHH -
404 mmoue/n. O6mmi OnnupyonH-456 Mr nipsimoi - 309;
Henpsimor - 147 mxmons/n. ACT - 0,42; AJIT - 0,6
Mkkat/n (sopma - 0,06 - 0,14). Caxap xpoBm -3,5
MMouTb/11, Jlnactaza-58 mmonb/n. Tumomnosas mpoda - 4
en. llenounas ¢ocdaraza - 170 mmons/n. XosecTepuH-
9,2 wmmonw/n. Conepkanne anbda-peronpoTenHa B
KpoBH ObUTO B HOpME - 3,3 Exn/mut.

I'emorno6un-130 r/n, 3p.-4,3, TpOMOOUUTEI-
580000, newkorutel - 29,8, 1w/ - 6%; c/s - 73%; mumd.-
14%. O6BEM cyTounoit moun — 800 - 900 mu1. B crakane
¢ Mouoi, 10 1/3 ero o6béMa BeImaman OeNbId XJIOIMbE-
BUJIHBIN OCaJIOK.

[Tocrenennoe nporpeccupoBanue 00JIE3HHU, HCKITIO-
yeHre WHOEKIMOHHOW W OHKOJOTHYECKOH O3THOJIOTHH
MMOpaKEHUS TEUYEHH, OTCYTCTBHEB HEHW IMPPOTHUCCKIX
0YaroB, HOPMAJBHOE COCTOSHHE J>KEITYHBIX IPOTOKOB,
0COOCHHOCTH — PaBHOMEPHOTO, TOMOTEHHOTO H3MEHe-
HUSl, TIOBBINICHUS YXOTCHHOCTH M CHIDKEHHS 3BYKOIIPO-
BOJIMMOCTH TKaHH TeueHH 1o naHHbIM Y3U u ¢udpo-
ANACTOMETPUH, BBIPAKCHHBIA XOJECTATUICCKUNA CUHII-
POM, BCICACTBUEC HWHTEHCHBHOTO OTJIOKCHHS aMUJIOH-
Jla, HAPYIIAIOMIETO OTTOK KEIYX B KAHAIBIBI U MCIKHE
JKCITYHBIC MPOTOKH, HAPYIICHUS (YHKIUU TOYCK, HAJH-
YHe XJIOMBEBHIHOTO OCajKa B MOUYe B OOJBIIOM KOJH-
YecTBE, NP yYMEPEHHOM COJEpKaHWH Oenlka B Moue,
BBICOKHH ypOBEHb KpEeaTHHHHA B KPOBH, W HAI[HOHAIb-
Has TIPUHAUICKHOCTH TMAIMeHTa (ITHHYECKUH apMs-
HUH), TIOCTOSTHHBIH KOHTAKT C KpackaMu (CTOJISIp) TTO3BO-
JIMIM JuarHocTupoBaTh: HaciieACTBEHHBIN CHCTEeMHBbIH
AMIJION/I03 MeYeHH W Mo4YeK — cHHApom Makmaa -

Yaaca, Ha ¢oHe TOKCHYECKOro NMOPa:KeHHs] JAHHBIX
OpraHos.

OcJ10:kHEHHUS: XOJecTaTHIecKas KeaTyXa, rernaro-
penanbpHbIl cuHApoM, XITH II-ITIcr.

Haznaueno cnenyromee euenne: 40% p-p TIIIOKO-
36l 10,0+ kokapOokcminaza 100 mr, Butamua C 5%-6,0
B/BE€HHO CTPYIHO, peHn305I0H 50 Mr, ansoymuH 20%-
50,0 B/B kan uepe3 nmeHb Ne3, remocon 400,0 B/B Kar.,
nasukc 2,0 B/B, pocdormms 2,5 B/B, modomak mo 20 mi
1 pa3 BHyTps mocie enpl, puhakcuMuH (arbha-HOPMHUKC)
200 mr mo 1 Tabn. 2 pa3a B 1eHb, 7 ITHEH, BEPOIIIHPOH
no 50 mr 2 pa3a B CyTKH, IaHAHTHH.

BonbHOW KOHCYIBTHPOBAaH XHPYPTOM-TEMATONO-
rom. PexomenjaBaHa nepecajka neyeHy.

B cBsi3u ¢ HapacTaHMeM NPU3HAKOB ITIOYEUHOH He-
JIOCTAaTOYHOCTH TAIMEHT HAIpPAaBICH B CICIHAIH3HPO-
BaHHBIM Hedposorndeckuii MeHTp T. AnMatel. B nede-
HUH PEKOMEH/IOBAH — KOJIXHUIIHH.

Takum oOpasom, HaciieCTBEHHBI CHCTEMHBIH
aMMJIOMI03 TIE€YEHHU U TOYeK — cuHApoM Makia - Yarca,
SIBIIIETCS. PENKUM 3a00JIeBaHUEM, MPEACTABISET OOJb-
IIMe TPYIHOCTH B JMAarHOCTHKE W JICYCHUH. B cembe
JIBOE B3POCIIBIX JIETEH, 370pOBHI (MaTh — pyccKasi).
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