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OIMNPEAEAUTDH BOAE3Hb ®ABPU

PesomMe

CraTba NpeAcTaB/ifeT cobolt pa3bop KAMHMYECKOro ciyyas guddepeHLmanbHON AnarHocTUkM 6onesHn Gabpu. MNpuBoaaTCA XxapaKTepHble CUMMTOMbI

W NpUHLUMBI ANArHOCTUKU 60ne3HU ¢a6pw, a TaKXXe coBpeMeHHblé BO3MOXHOCTU Jie4eHUA 3TOro 3aboneBaHUs.

KnroueBbie cnosa: 6onesup ®abpu, aH2UOKeEpamMOoMbl, a-2anakmosudasa A, azancudasa o, Pennazan.

Abstract

This article is an analysis of the clinical case of differential diagnosis of Fabry disease. Pecular symptoms and the principles of diagnosis of Fabry disease,
as well as current treatment options for this disease are presented.

Key words: Fabry disease, angiokeratoms, alpha-galactosidase A, agalsidase alpha, Replagal.

OHMK — ocrpoe napyiienne Mo3rosoro kposoobpartienns, AN — aprepuarbtoe pasaenne, 1CC — gacrora cepAedHbIX COKPALCHUH,
IxoKI' — axokapaunorpadus, TMIKIT — roarmna MexoxkeaypouxoBoi neperopoaku, T3CAK — Tonmuma 3apHer CTeHKN AeBOI0 JKeAYAOUKA,
YNAC — gamreqHo-roxanodHas cucrema, AJK — A€BBII JKeAyAOUEK.
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B mocaeptee BpeMs MHTEpEC MEAUTIMHCKOM OOIIIECTBEHHO-  TOTO MEPUOAA He coxpaHuaack. 1o moBopy 6oaeit B Gprorii-
cru K opdaHHbIM 3a00A€BAHMAM PE3KO BO3POC. SIBAAACH HE  HOM IIOAOCTH ITALIMEHT 0OPATUACA OKOAO O MECAIIEB Ha3ap B
TOABKO MEAMIIMHCKOM, HO U COLIMAABHOM ITPOOAEMON, T4  YaCTHYIO MEAUIIMHCKYIO KAMHHKY, TAC €My OBIAL IIPOBEACHBI
rpyria 3a00AeBaHUM TIPUBACKAET BCE OOABITIE U OOABINIE  YABTPA3BYKOBOE MCCACAOBAHUE OPTAHOB OPIOIITHOM TTOAOCTH
3anHTepecoBaHHbIX Bpader. Opdanuble 3a60AeBaHUA HA U II0YEK M KOMIIBIOTEpPHAsA TOMOrpadusa OpraHoB OPIOIITHOM
CETOAHSIIITHUI ACHb HE BXOAAT B CTAHAAPTHYIO TIPOTPAMMy  TIOAOCTH, BBISIBACH KaMEHb I1PABOI TIOYKU (IIPEACTABACHBDI

[IOATOTOBKU BPader-TeparteBroB. OTCYTCTBHE YETKUX 3HA-  TOABKO 3aKAIOYCHUSA 10 pesyAbrataM nccaeposanms). Co
HII O TATOT€HEe3e ITUX COCTOAHNI, a TAKKe HE3HAHKE KAAC-  CAOB TIAIMEHTa 1 110 AAHHBIM aMOyAaTopHoi KapTel B 2011
CUMECKOM KAMHITMECKOM KapTUHBI He 1103BoAdeT pasuAbHO 1 2012 rr. manment nepenéc asa OHMK 110 minemirdecko-
U CBOEBPEMEHHO II0CTABUTh AUartHo3. OAHAKO XOYETCA OT- My THIY B GacceiHe IIPABON CPEAHEH MO3TOBOI apTepuu
METHTb, 9TO [IOPOI1 B TIONCKAX PEAKOTO 3a00ACBAHIA MOKHO € AAABHEHIIIAM TTOAHBIM KAUHUYECKUM BOCCTAHOBACHHEM.
VIIyCTUTD (HaKThI, YKA3bIBAIOIINIE HA GOACE TACTBIC U THIIMY-  AABHOCTD [TOBBILIICHN A\ HCU3BECTHA, OAHAKO YCTAHOBAC-
Hble Goaesnn. IIpeararaeMplil BHUMAHIIO YUTATEACH JKyp-  HO, ITO O ACT Ha3ap IO MECTY pabOThI MALIIEHT PEryAIPHO
Hana (APXMBD BHYTPEHHEN MEAUIMHBD KAUHUYECKUI CAY-  TIPOXOAMA MEAUIIMHCKUAN KOHTPOAD, 1 yPOBeHb A/\ HIUKOIAQ

qan ACMOHCTPUPYET, ITO KAMHUICCKAsA KapTUHA, C IIEPBOTO HE TTOBBIIIIAACA.
B3rAsiAQ YKa3bIBaloIlias Ha Opq)aHHOC 3360A6BaHI/I€, HE BCET-

Aa IO3BOAAET IIOCTABUTD I1PABUABHBIM AMArHO3. o paHHBIM OCMOTpa 1 (PUBNKAABHOTO 06CACAOBAHUL: HOP-

MOCTEHITIECKOE TEAOCAOKEHNE. KOJKHBIE TIOKPOBBI 11 BUAH-
B oxra6pe 2012 r. B crariponap r. MOCKBBI ObIA TOCITUTA-  MbIE CAU3UCTBIC OOBIMHON OKPACKHU, BBICBIIIAHIIT 1 I'€MATOM
AM3MPOBaH MaueHT B Bo3pacre 30 AeT ¢ skanobamu Ha 06-  HeT, obparracT Ha ce6s BHIMAHNC BbIPasKCHHAS CyXOCTb
IIyI0 CAAGOCTD, TOAOBHBIC OOAM CKUMAIOILEro Xapakrepa  KoKu. HesHauureAbHbIe OTEKH CTOI M HUYKHEH TPeTH ToAe-
B 3aThINOYHONM 0ob6AacTH, 6OAM 33 'PYAUHON rpy ¢usmde-  Herl AUMQOY3AbI HE YBEAUUYEHBI [IPH ITaAbIAI 6€3601e3-

CKMX Harpyskax, 00OAM B JKMBOTE, AOKAAM3aLMIo KOTOpbix  HeHuble. [IlnroBraHas jkeaesa He yBeanmdeHa B pasMepax,
[ALMEHT YTOYHUTD HE MOYKET, CHIPKEHUE OCTPOTDI 3PEHUSA,  IIPU HAABIIALIMK IIAOTHOIAACTUIECKON KOHCUCTEHIINH, Oe3-
croiikoe noseiierne AN ao 210/100 mm pr. cr, cyxocth  GonesHenHast. [1pu nepKyccun Hap AETKUMU SICHBIF AET04-
KOYKHBIX ITOKPOBOB, OTEKH CTOIT M HYDKHEN TPETH TOACHEH.  HbIN 3BYK, I1PU AYCKYABTALIMN — HAap BCEH [TOBEPXHOCTBIO

AEIKMX BBICAYIIIMBACTCA BE3UKyASpHOE Abixanue, IAN 16
W3 anammesq: marmeHT Kateropuaecky OTPUITAeT KypeHue, B MUHYTY. [paHuIbl ceppria pacimpensl BaeBo (+2,5 cm
YIOTPEOACHUE aAKOTOAS M HapKOTUIECKUX CPeACTB. CO  BAEBO OT CPEAHEKAIOMMIHON AMHUM), IIPU ayCKYABTALVIN:
CAOB ITAL[MEHTA COCTOAHME YXYALLIMAOCH 2 T'OAQ HA3ap, Korpa  ocaabaeHue | ToHa B 1IepBOI TOMKE ayCKyABTALIMM, aKLICHT
nosiBUAach 6OAb B GpIoliHoOi noaoctit. B xope oppo6roro 11 rona na aopre, AN 200/110 mm pr. e, YCC 98 B Mumy-

pacripoca BbIACHUAOCE, 9TO OOAM B )KMBOTE OECIIOKOMAM Ta-  TY. JKUBOT I1pw maabmary MArkui 6e36ore3HeHHbI. Pas-
LIMEHTA CLIE B ACTCKOM BO3PACTE, 110 IIOBOAY Y€I0 OH HEOA-  MEpbI IIEUCHH, CEAC3EHKN B IIpepeAax HopMbL Ilpusnakos
HOKPATHO [IPOXOAUA OOCAEAOBAHWMSL, CO CAOB TAIMEHTA [1a-  HAAWYNS CBOOOAHOI SKUAKOCTH B GPIOIITHOM TIOAOCTH HET.

TOAOI'M BBIABACHO HE 6bI]\O, MEAUITMHCKaA AOKYMCHTAIIVA CUMITTOM TTOKOAQIMBAHUA CAAOOTIONOKUTEAEH CIipaBa. Co

*Konraxrsr. E-mail: n_bylova@mail.ru. Teaedomn: (495) 952-73-77
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BonesHb ®abpu B paboTe KAMHULMUCTA

BonesHb Pabpu oTHOCUTCA K rpynne X-cLenieHHbIX peLec-
CMBHbIX 60/1€3HEl HaKOMN/IeHWs, OHa pa3BM1BaeTCA B pe3y/ib-
TaTe HeAOCTaTOYHOCTU JIN30COMHOM Qi-rasakTo3mAaasbl A.
Arancupasa o KaTanmsmpyeT rmaposn3 rmKoCcPuHronnnm-
£0B, €é aednLMT NPUBOAUT K HapYyLUEHUIO 0BMeHa rNKOC-
$UHroAMNNAOB, KOTOPbIE HaKanAMBaKTCA B CTEHKaX COCY-
AOB U TKAHAX BHYTPEHHUX OPraHoB, Bbi3blBaA HapyLleHne nx
CTPYKTYPbI M GYHKLMN. HMe npuBeseHbl Hanbonee xapak-
TepHble npu3Haky 6one3Hn Gabpu [1]:

* 60211 B KOHEYHOCTAX;

* aHT'MOKepaTOMbl;

* 60/1b B }XMBOTE;

° NPOTENHYpUA;

* TUNepTeHsuns;

° KapgunomMuonaTtusa,

° Kepatonatuu;

* dHIr’MonaTuUn CeTHaTKK,

* HeriponaTum.

CAOB ITALIMEHTA, MOYCHCITYCKAaHNE CBOOOAHOE, GE300AC3HEH-
HOE, HEYJAITICHHOE, CTYA 1 pa3 B CyTKH, 0(hOPMACHHBIN, TTPH-
Mecel KPOBH, CAU3H HeET.

Pesyaprarsl MHCTPYMEHTAABHBIX 1 AaOOPATOPHBIX HCCAE-
AOBaHMIT: B OOIIEeM aHaAn3e MOYM ObIAa BBIIBAEHA TIPO-
reunypust (0,033 r/a), GbIA TIPOBEAEH aHAAM3 HA CyTOYHYIO
nporenHyprio — arb0ymun 245 mr/a/cyr. B o6iiem n 61o-
XUMIYECKOM aHaAM3aX KPOBU OTKAOHEHUI OT HOPMBI BbI-
aaeHo He 6bino. 1o parabM IxoKIT — BbipaskeHHAsA TH-
neprpodust muokapaa NK (puc. 4, 2, 3); TMIKIT = 1,97 cm
(Hopma TMIKIT — po 1,2 cm), T3CAK = 1,61 cm (HOpMa
T3CAK — po 1,2 cm). Beina 3ariopospena rureprpodure-
CKaf KapAMOMUOIIATHS, OAHAKO PE3YABTATBI I'CHETIMECKOIO
HICCAEAOBAHVSI AAAN OTPHITATEABHBIN peayabrat. Odrarbmo-
AOT BBIABUA Y IAIJMEHTA I'MIIEPTOHIYECKYIO aHIMOIATHIO
CETYaTKL

OBOCHOBAHUE AMATHO3A

[Tpu 06ecyRACHUM ANATHOCTUYECKON KOHIIEIIIIUU OBIAO BbI-
CKa3aHO IIPEAITOAOKECHIE O HAAMMHUI Y MAeHTa OONC3HN
MDabpu. [IpeprtonoKUTH HTOT AUATHO3 TTO3BOAUAO HAAUIHE
y MAITEHTA CACAYIONINX (DAKTOPOB PHCKa:

* MY;KCKOH IIOA;

MOAOAOY BO3PACT;

6OAEBOM CHAPOM B 0OAACTU JKUBOTA;

pedpaxrepras Al

nepenecénnsie OHMK B MonropoM Bo3pacre;
runieprpodus Muokappa /UK;

AHTUOTATHSI CETIATKY (HECMOTPSI Ha TO, 9TO O(PTaABMOAOT
HE BBISIBUA (KAACCUMECKUX» U3BUTHIX COCYAOB HA TAA3ZHOM
AHE, @ TakXKe XapakrepHou ans 6oaesan Pabpu karapak-
TBI, OBIAO PEIIIEHO, 9TO O(PTAABMOAOT, HE CTAAKMBABIIINTI-
Cs, BEPOSATHO, paHEe C AAHHON IATONOTHEN HE MOXKET
AACKBATHO OLIEHNUTD U OITUCATD BBIABASEMbIC U3MEHEHN);
aAbOYMUHYPUS;

OTEYHBIN CUHAPOM;

* TUIIOTHUAPOS.

V narenra He 6bINO BBLIBACHO AHIIOKEPATOM, OAHAKO Ha
CErOAHAIHNI ACHb AAHHBIA CUMIITOM He cauTaercs 00s-
3ATEABHBIM AAS MOCTaHOBKM AMarHosza Goaesnm Dabpu.
Taroke y marpenTa He GbINO BBISIBACHO HAPYITIEHWIT CTY-
Ad. BbIno TIpoBeAEHO MCCAeAOBAHNE KPOBU HA aKTUBHOCTD
dbepmMenTa 0-rarakTo3MAa3bl A — OTKAOHEHUIT OT HOPMBI
BBISIBAGHO He ObINO. Pesyabrarsbl AaHHOTO MCCACAOBAHUS
H03BOAMAM UCKAIOYUTH Goaestb Dabpu. TTpu nosroprOM
aHaAmM3e >Kano0, aHAMHE3a, AAHHBIX 0CMOTPA, AabGoparop-
HBIX M MHCTPYMEHTAABHBIX METOAOB OOCAEAOBAHUS ITAITN-
eHTa ObIAO aKIIEHTHPOBAHO BHUMAHUE HA [IPU3HAKAX BO3-
MOKHOTO TIOPasKEHMS TI0YEK (ITOAOKUTEABHBIN CUMITTOM
[OKOAQYMBAHUS, aABOYMUHYPUS, PE3YABTATBI IPEABIAY-
II1X METOAOB NCCACAOBAHIIA).

[TarmerTy OBIAO TIPOBEACHO YABTPA3BYKOBOE MCCAE-
AOBAaHME OPTaHOB OPIOIIHON ITOAOCTU U T04eK (puc. 4),
10 pe3yAbTaTaM KOTOPOTO B CPEAHEM CEIMEHTE IIPaBOM
[I0YKHY, B [TAPEHXUME OBIAO BBIIBACHO M309XOTE€HHOE 00-
paszoBaHue ¢ HedéTkuMu Koutypamu 1,6 x 1,8 e, pedop-
MEpYIOI[ee KOHTYp MMOIKN. B cunyce sknakocraoe 06pa-
soBanue 2,2 X 1,7 cm. B aeBoit mouke YAC sxupkocTHOE
ob6pazoBanue 4,2 X 2.4 cm pnamerpom 1,6 ¢M, KOHKpe-
meHT 1,4 11 0,3 c™m.

Pucynox 2. Iorocmv AK. Tlpusnaxn
Muokapoa

Tunepmpophun
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C OrpaHMYeHHbIMU BO3MOXHOCTAMM

Human Genetic Therapies XUTb Ny4LLIEeN XUSHbIO.
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KomnaHus LLlanep, ogHa 3 MMpOBbIX NNOEPOB cpeau
cneunanm3npoBaHHbIX 6uodrapmaLeBTUHECKMX KOMMAaHWMN,
cpoKycupoBaHa Ha eqUHCTBEHHOW Lienin: MOMOYb JII0ASAM

C OrpaHN4eHHbIMU BO3MOXHOCTAMMU YIYYLIUTb KAYECTBO XU3HW.

REPLAGAL PEMIATAN™ (arancupasa anbda):

sgalsdzee alie JlokazaHHaa 3GHeKTMBHOCTb, NepeHOCUMOCTb 1 YROOCTBO Npu NIeueHnn
60ne3Hn Qabpu dpepmMeHTOM, BblA€TIEHHBIM U3 INHUWN KNETOK YesloBeKa.

el a rase SJIAMPA3A™ (ngypcynbdasa):
, MNepBbil 1 €AUHCTBEHHDBIN NpenapaT 4na GepMeHTO3aMeCTUTENbHOM
(|dursulfase) Tepanun npy cnHgpome XaHTepa (Mykononucaxapugose Il tnna).

.9\ i razyrw OUPA3UP™ (nKaTnbaH):

CMnTOMaTUYeCKOE leYeHre OCTPbIX NPUCTYNOB HAC/IeACTBEHHOIO
AHTMIOHEBPOTMYECKOrO OTeKa (06yCnoBNeHHOro AepuLmnTOM MHIMbuTopa
Cl1-a3cTepasbl) y B3pOC/bIX.

icatibant

MHpopmaumsa npeaHasHaueHa Ana paboTHVKOB 3apaBOOXpPaHeHNs.
MoppobHas HPOPMALMS O MPUMEHEHNN COAEPXKUTCA B UHCTPYKLMUSX.

lpeacrasutenbctBo komnany B Poccun: 000 «LLlaitep Pyc», 121099, Mockga, CMoneHckas nn, 3.
Ten. +749598134 91, Oakc +7 495937 82 00. www. Shire.com Peknama
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Peakue 6one3Hu 6biBaloT pegko?

ABTOPbI NPUBE/IN AaHHBIN KAMHUYECKWI NPUMEP He C Lie/Iblo OTB/1eYb BHUMaHWe Bpayei OT ANAarHOCTUKM
opdaHHbIx 3aboneBaHMin. OTMETUM, 4TO B POCCMM Ha CeroHALHUIA eHb HeA0CTaTOYHO aKTMBHO NPOBO-
AVNTCA BbiABNeHUe 6onesHn Pabpu BCresCTBME OTCYTCTBUA HACTOPOXEHHOCTU AOKTOPOB B OTHOLLEHUM
3TOro 3abosneBaHuA. MaLyeHTbl — MONOAbBIE MYXUMHBI, T.K. TeH AedULnTa X-rasakTo3ngasbl CLeneH ¢
X-xpoMocoMol — npoxoAAT ¢ AnarHozom OHMK, noyeyHoON HeAOCTaTOYHOCTU U HepeaKo mornbatoT B
Bo3pacte 30-40 neT. [lnarHo3 OCHOBbIBAETCA Ha KAMHWMYECKUX MPOAB/JEHUAX, BbIABIEHUN aKTUBHOCTM
o-ranakTosnaasbl A B naasMme, eMKOLMTaX, CIE3HOM XUAKOCTHU, KyNbTUBMPYeMbIX $pubpobnacTax, 6uo-
nTaTax TKaHeW, a TaKKe MOBbIWEHWUN YPOBHA COUHrOMIMKONUMMAOB (TPUreKCo3uLepamMuaa) B Moue,
naasMe, Ky/sbTBUpyeMbix Gubpobractax. Heobxoanmo npoBoanTh AnddepeHLnanbHyo AUarHoCTUKY ¢
6onesHbto PaHato-Ocnepa, AN KOTOPOI TaKKe XapaKTepHbl TeleaHrMIKTa3nMM B Pa3NIMYHbIX 4acTAX Tena,
KPOBOTEYeHWA, HO OTCYTCTBYIOT NPUCTYNbl 601el 1 He NOpaXatoTCA BHYTPeHHWe opraHbl. [indpepeHum-
a/ibHbIM ANArHo3 C peBMaT3MOM CTPOUTCA Ha OTCYTCTBUE Y PeBMATUYECKMX 6O/IbHbIX MOPaXEHNIN KOXN U
Pa3/IM4HbIX BUOXMMUYECKMX NoKa3aTensx. [py BepHO NOCTaBNeHHOM AMarHo3e 1 CBOeBPEMEHHOM Havane
Tepanum 6onesHb ®abpu nogaaetca neveHnto. B 4yacTHocTH, 3pPeKTUBHA 3aMecTUTeNbHAA pepMeHTHas
Tepanus npv nomoluy arancugasel o (Pennaran, Shire).

[TarmrenTy 6BIAQ TIPOBEACHA TTOBTOPHASA KOIBIOTCPHAS TO-
Morpadus opraHoB GpIONIHON 1torocTy. 3axawvenne: K-
KapTHHA OIyXOAW BEPXHETO cerMeHTa IpaBor modkm. Ila-
parieAbBUKaAbHbIE KUCTbI 06enX 1o4ek. [ lapenxumarosmbre
KHCTBI, KOHKPEMEHT ACBOM MOYKIL

[TarnenTy 6bIA0 PEKOMEHAOBAHO HAGAIOACHUE U AeYe-
HHE B YCAOBUSAX OHKOAOTUYIECKOTO cTarimoHapa. [laru-
€HTY OBIAO IIPOBEACHO OIIEPATHMBHOE ACUYCHUE — YAA-
AeHne movkn. llpu rucrorormdeckoM mccaepOBaHUN
YAQAEHHON OTYXOAM ObIA BBISBACH CBETAOKAETOTHDIT

pak TOoYKM (B HACTOAIEE BPEMs COCTABASET OKOAO
75% oT Bcex THUIIOB paka IMO4YKu). B AaHHBIT MOMEHT
MaIMeHT IYBCTBYET ce0si XOPOIIo, COCTOSIHUE OTHOCH-
TEABHO ypoBAeTBOpUTeAbHOE. OGCAyKUBaeT cebs, pa-
6oraer «Ha poMy». A/\ ocae oreparun crabuAN3NPO-
Banrock Ha rudpax 120/80 mMm pr. cr., B HacTOAIMIA
MOMEHT IalIMeHT He HY)KAAE€TCSA B TUITOTEH3UBHON Te-
panmm.
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AaHHBIT KAMHWUYECKUN CAy4all AE€MOHCTPUPYET, 4TO
AQKE (KAACCUYECKash KAMHWYECKas KapTUHA IIPU OT-
CYTCTBUM OCHOBHOI'O KPUTEPUS AAS IIOCTAHOBKU AMa-
THO3a MOJKCT OBITb OOBSACHECHA IICABIM PAAOM APYTUX
IIPUYMH M B UTOIC YKa3blBaTh HA COBEPIIIEHHO MHOE
3aboaeBanue. Bce oro 3acraBaser Bpaua-TeparieBra
6BITH BCCTAA BHIMATCABHBIM K MaACHIIINM IIPOABACHU-
AM GOAE3HU U ITOCTOSIHHO COBEPIIIEHCTBOBATD CBOU KaK
[IPAKTUYECKUE, TAK U TEOPETUIECKUE 3HAHUSA B CaMbIX
PA3AMIHBIX 06AACTAX MCAUITIHEL
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Pucynox 4. Hosoolpasosanne 6 napenxume cpedrero

cermenma npasoii nowx Asmopvi 3aseasiom, wmo dannas padoma, eé mema, npedmen u co-

Hepomﬂue He 3amparnsaiont KORKypupyowmmx whiiepecos.




