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PesoMe

CraTba NpeAcTaB/ifeT cobolt pa3bop KAMHMYECKOro ciyyas gudepeHLmanbHON AnarHocTUKM 6onesHn Gabpu. MNpuBoaATCA XapaKTepHble CUMMTOMbI

W NPpUHLUMBI ANArHOCTUKU 60ne3HU ®a6pw, a TaKXXe coBpeMeHHblé BO3MOXHOCTU Jie4eHUA 3TOro 3aboneBaHUs.

KnroueBbie cnoBsa: 6onesun cDa6pu, aH2UOKepamomsl, o-2a/1aKmo3uodasa A, azasicudasa 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 HapyIieHne Mo3rosoro kposoobpamenns, A\ — aprepuarpaoe pasrcHue, YCC — 9gacrora ceppcTHBIX COKPAIICHNUIL,
IxoKI' — axokapaunorpadus, TMIKIT — roarmna MesxokeaypouxoBoi meperopopku, T3CAK — ronmuma 3apHer CTeHKN AeBOI'0 JKeAYAOUKa,
YNC — ganreyno-roxanodHas cucrema, AJK — AeBbII JKeAyAOUEK.
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B nocaeanee BpeMa MHTEPEC MEAUIIMHCKON OOIIIECTBEHHO-  TOTO IEepropa He coxpanuaacsk. [1o nosopy 6oaert B 6pror-
cTU K opdaHHBIM 3a60AEBAHIAM PE3KO BO3pOC. SBASACh HE  HOM IOAOCTH ITAlMEHT 06paTUACS OKOAO 6 MECATICB Has3ap B
TOABKO MEAMITMHCKOM, HO U COIMAABHOM IIPOOAEMON, 9Ta  YaCTHYIO MEAUIIMHCKYIO KAMHHKY, TA€ €My OBIAN ITPOBEACHBI
rpyIra 3a60AEBAHUI IIPUBACKACT BCE GOABIIE U OOABIIE  YABTPA3BYKOBOE HCCACAOBAHUE OPTaHOB OPIOIIHOM IIOAOCTH
3aMHTCPECOBaHHBIX Bpadcn. OpdaHabie 3a60ACBAaHIA HA U ITOYCK U KOMITBIOTCPHAs TOMOTpadsa OPTaHOB OPIOIITHON
CETOAHSIIITHUI ACHb HE BXOAAT B CTAHAAPTHYIO TIPOTPAMMY  TIOAOCTH, BBISIBAGH KaMEHb I1PABOI TIOYKU (IIPEACTABACHBDI

IIOATOTOBKH Bpadei-reparteBroB. OTCYyTCTBUC YETKHUX 3HA-  TOABKO 3AKAIOUCHUS 110 pesyAbrataM nccacposanms). Co
HUI O [IATOI'CHE3E ITUX COCTOSHHUI, @ TAICKE HE3HAHKME KAAC-  CAOB IIALIMEHTA U 110 AAHHBIM aMOyraTopHOM KapTsl B 2011
CIMECKON KAMHIIECKOU KapTHHBI He TT03BoASIeT TpaBAbHO 1 2012 rr. marmenT neperéc apa OHMK no urmremiraecko-
1 CBOEBPEMEHHO ITOCTaBUTh AMArHo3. OpHAKO XOYETCA OT- My THILY B GacceiiHe 11paBOil CPEAHEN MO3TOBOM apTepuu
METHUTB, 9TO [IOPOH B IIOMCKAX PEAKOIO 3a00ACBAHIA MOKHO € AAABHCHIIINM IIOAHBIM KAMHIYIECKUM BOCCTAHOBACHUCM.
YIycTUTh (aKThl, YKa3bIBAIOIINE Ha OOAEE JacThle M TUITNI-  \aBHOCTD MOBBITTICHIA A/\ HEM3BECTHA, OAHAKO YCTAaHOBAE-
Hble 6one3nu. IlpepraraeMblil BHUMAHMIO YUTATEACH JKyp-  HO, 9TO O A€T Ha3ap 110 MECTy pabOThI HAlMEHT PEIYAAPHO

Hana (APXMBB BHYTPCHHCH MCAUIIMHBD KAMHIICCKAN CAY-  TIPOXOAMA MCAUIIMHCKAN KOHTPOAB, M ypoBeHb A/\ HIKOrAQ
Yail AEMOHCTPMPYET, YTO KAMHMMECKasd KapTrHa, C IIEPBOr0  HE ITOBBIIIAACH.
B3IAfIAQ YKazbIBAIOIIas Ha opdaHHoe 3a60AeBaHNE, HE BCer-

AQ TIO3BOASIET ITOCTABUTD IIPABUABHBIN AMATHO3. I'o parmbiM ocMoTpa 1 PU3MKAABHOTO OGCAEAOBAHIS: HOP-

MOCTEHHIECKOE TEAOCAOKEHME. KOJKHbIE TOKPOBBI 1 BUAK-
B oxra6pe 2012 r. B crariponap r. MOCKBBI ObIA TOCITUTA-  MbIE CAU3UCTBIC OOBIMHON OKPACKHU, BBICBIIIAHUIT 1 I'€MATOM
An3MpoBaH rarpent B Bospacre 30 Aer ¢ karobamu Ha 06-  Her, obpariaer Ha ceOs BHUMAHUE BbIPAKEHHAS CYXOCThb
1IyI0 CAAGOCTD, PTOAOBHBIE OOAM CKUMAIOILEro Xapakrepa  KoKu. HesHauureAbHbie OTEKH CTOII M HUKHEH TPeTH ToAe-
B 3aTBIAOYHON 00AACTH, GOAM 33 TPYAUHON I1pu Qu3amde-  Heil. AuMpOY3ABI HE YBEAMYIEHBL, TIPY ITAAbIIALIH 6e360Ae3-

CKMX Harpyskax, 00OAM B JKMBOTE, AOKAAM3aIMIo KOTOpbix  HemHuble. [IlnroBramHas skeaesa He yBeandeHa B pasMepax,
[ALIMEHT YTOYHUTD HE MOYKET, CHI)KEHIE OCTPOTDI 3PEHUS,  IIPU HAABIIALIMK IIAOTHOIAACTUIECKON KOHCUCTEHIINH, Oe3-
croiikoe noseiierne AN ao 210/100 v pr. cr, cyxocth  GonesHeHHast. [pu nepKyccun Hap AETKUMU SICHBIF AET04-
KOKHBIX ITOKPOBOB, OTEKH CTOIT M HYDKHEN TPETH TOACHEH.  HbIN 3BYK, 11PU aYCKYABTALIMN — Hap BCEH [TOBEPXHOCTBIO

A€TKUX BBICAYILIMBAETCH BE3UKyAspHOE AbixaHue, AN 16
W3 anammesq: marmeHT KaTteropuaecKy OTPUITAET KypeHUe, B MUHYTY. [paHMIbl ceppria pacimpensl BaeBo (+2,5 cm
YIOTPEOACHUE aAKOTOAS M HapKOTUICCKUX CPeACTB. CO  BAEBO OT CPEAHEKAIOMMIHON AMHUM), IIPU ayCKYABTALVN:
CAOB ITAL[MEHTA COCTOAHME YXYALLIMAOCH 2 TOAQ Ha3ap, Korpa  ocaabaeHue | ToHa B 11epBOI TOMKE ayCKyABTALIMY, aKLIEHT
nosiBUAACh 60Ab B OpIOIIHON ronroctu. B xope moppodroro 11 tona ma aopre, A7 200/110 mm pr. cr., YCC 98 B muny-

pacrpoca BbIACHUAOCH, ITO GOAU B SKUBOTE GECIIOKOMAN ITa-  TY. JKUBOT T1pYM TIanbIIariy MATKU 6¢360AC3HEHHBIN. Pas-
ITCHTA CITIE¢ B ACTCKOM BO3pACTE, TIO TIOBOAY W€TO OH HEOA-  MEPBI TIEICHM, CEAC3EHKN B Tpeaenax HOpMbL [IprsHakos
HOKPATHO IIPOXOAMA OOCACAOBAHNSA, CO CAOB MAITUEHTA 1A~  HAAMIUA CBOOOAHON SKUAKOCTH B GPIOIIHOM TOAOCTH HET.

TOAOI'MM BBIABACHO HE 61)1]\0, MEAUITMHCKaA AOKYMCHTAIIVA CHUMITTOM OKOAQIMBAHUA CAAOOTIONOKUTEAEH CIIpaBa. Co

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

BonesHb Pabpu oTHOCUTCA K rpynne X-cLenieHHbIX peLec-
CVBHbIX 60/1€3Hel HaKoMN/IeHWs, OHa pa3BM1BaeTCA B pe3y/ib-
TaTe HeAOCTAaTOYHOCTU JIM30COMHON O.-rasakTo3naasel A.
Arancupasa o KaTanvmsupyeT rmapoan3 rNKOCHUHroamnm-
£0B, eé fedpULUUT NPUBOAUT K HAapyLUEHMIO 0BMeHa FNKoC-
$UHrONMNNAOB, KOTOPble HAaKaMNAMBAOTCA B CTEHKax COCy-
[,0B M TKaHAX BHYTPEHHUX OPraHoB, Bbi3blBas HapyLUEeHWe UX
CTPYKTYPbI M YHKLMN. HUKe npuBeseHbl Hanbonee xapak-
TepHble Npu3HaKku 6os1e3Hn Gabpu [1]:

* 60/ B KOHEYHOCTAX;

* @aHr'MOKEpaTOMbl;

* 60/1b B }XUBOTE;

* IPOTenHypUs;

* TUNepTeH3us;

* KapAvoMMonaTus;

* KepaTonaTuu,

* @HrMonaThm CeTYaTKy;

* HemponaTuw.

CAOB IAIMEHTa, MOYEUCITYCKaHIe CBOOOAHOE, 6e300AE3HEH-
HOe, Hey4JaIlieHHOE, cTyA 1 pa3 B cyTku, 0hOpMACHHBI, TTPU-
MeCer KPOBU, CAU3U HET.

PesyapraThl MHCTPYMEHTAABHBIX M AAOOPATOPHBIX MCCAC-
AOBaHMIT: B OOIIeM aHaAu3e Mo4ur ObIAa BBIABACHA IPO-
reunypus (0,033 1/2), GbIA IPOBEAEH aHAAM3 HA CYyTOYHYIO
npoTenHypuio — arboymut 245 mr/a/cyr. B o6iem u 6uo-
XUMUIECKOM aHAAN3aX KPOBM OTKAOHEHNH OT HOPMBI BbI-
ssaeHO He 6b1no. [To pannbM IX0KIT — BRIpaKEHHAS TH-
nieprpodust muokappa NK (puc. 1, 2, 3); TMIKIL = 1,97 cm
(HOpMa TMIKIT — a0 1,2 cm), TBCAK = 1,61 cM (Hopma
T3CAK — ao 1,2 em). Brina samopospena rurieprpodrrde-
CKast KAPAMOMMUOIIATHSI, OAHAKO PE3YABTATHI FEHETUYECKOTO
HICCACAOBAHIST AAAM OTPULIATEABHBIN pesyabrar. Odranb-
MOAOT BBISIBUA Y TTAI[EHTA THITEPTOHMIECKYIO aHTHUOTIATIIO
CETYATKIL.

OBOCHOBAHUE ANATHO3A

[Tpu 06CyRACHIN AMATHOCTIMECKON KOHIIETTITAH OBIAO BbI-
CKa3aHO IIPEAIIONOKCHHIE O HAAMYUY Y MAIIUeHTa G0AC3HI
Dabpu. [IpeprtonoKUTh HTOT AUATHO3 TTO3BOAUAO HAAUIUE
y TAITEHTa CACAYIONTNX (DAKTOPOB PHCKA:

* MY;KCKOI IOA;

MOAOAOIT BO3PACT;

GOAEBOIT CHHAPOM B 0OAACTH JKUBOTA;

pedparrepras Al

niepenecénabie OHMK B MoaopoM Bozpacre;
runieprpodusa Muokapaa /UK;

AHTHOTIATHSI CETIATKY (HECMOTPSI Ha TO, 9TO O(PTaAbMOAOT
HE BBIABUA (KAACCITMECKUX) M3BUTHIX COCYAOB HA TAa3HOM
AHE, @ TakKe XapakrepHom Anst 6oaesan Pabpu karapax-
ThI, OBIAO PEIIICHO, YTO OPTAABMOAOT, HE CTANKMBABIIIN-
cs, BEPOSITHO, paHEE C AAHHOIN IATONOTHEH HE MOXKET
AACKBATHO OLICHUTB U OITHCATD BBIABASEMBIC I3MCHEHILT);
aABOYMUHYPIS,

* OTEYHBIN CUHAPOM;
* THUIIOTUAPO3.

V narrenTa He GbIAO BBIIBACHO aHTMOKEPATOM, OAHAKO Ha
CETOAHAIITHUM ACHDb AAHHBIM CUMIITOM HE CIUTAETCS 005-
3aTEABHBIM AASL TIOCTaHOBKM pmarHoza Goaesnu PDabpu.
Taxxe y marmerTa He GBIAO BBLSIBACHO HAPYITIEHUN CTY-
Aa. beiao mpoBepeHo MccaepoBaHme KPOBY HA aKTUBHOCTD
dbepmenTa 0-rarakTo3uAa3bl A — OTKAOHEHUIT OT HOPMbI
BBUIBACHO HE ObIAO. Pe3yabraTshl AAHHOIO MCCAEAOBAHUS
103BOANAM UCKAI04NTS Goaesub Dabpu. Tlpu mosroproM
aHaAM3e JKano0, aHaMHe3a, AAHHBIX 0CMOTPa, AabopaTop-
HBIX 1 MHCTPYMEHTAABHBIX METOAOB OOCAEAOBAHUS TTALTU-
eHTa GBINO AKIIEHTHPOBAHO BHUMAHNE Ha IIPU3HAKAX BO3-
MO’KHOTO TIOP@KEHUS 109K (ITOAOYKUTEABHbIN CUMITTOM
[MOKONQYMBAHIS, aABOYMUHYPHS, PE3yABTATBI IIPEABIAY-
X METOAOB MCCAEAOBAHISA).

[TanmenTy OBIAO TIPOBEACHO YABTPA3BYKOBOE WCCAE-
AOBaHUE OPraHOB OPIOITHON TIOAOCTH U To4eK (puc. 4),
10 pe3yAbraTaM KOTOPOIO B CPEAHEM CEIMEHTE IIPaBOM
[IOYKH, B [TAPEHXUME OBIAO BBISIBACHO M303X0T€HHOE 00-
pasoBaHUe ¢ HedeTKUMM KoHTypamu 1,6 x 1,8 cM, aedop-
MUPYIOII[ee KOHTYp [MOYKU. B cunyce skupkocTaoe 06pa-
sopanue 2,2 X 1,7 cm. B aesont mouke YAC sxupkocTHOE
obpaszosanne 4,2 X 2,4 cm pmamerpom 1,6 cM, KOHKpe-
MeHT 1,4 1 0,3 cm.

Pucynox 2. Iloaocmy AK. Ilpusnaxn runepmpogpun
Muokapoa
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C OrpaHMYeHHbIMU BO3MOXHOCTAMM

Human Genetic Therapies XUTb Ny4LLIEeN XUSHbIO.
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C OrpaHnyeHHbIMN BO3MOXHOCTAMM YIyYLLINTb KaYECTBO XUSHMU.
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Peakue 6one3Hu 6biBaloT pegko?

ABTOPbI NPUBE/IN A@HHBIN KAMHUYECKWUI NPUMEP He C Lie/Iblo OTB/1eYb BHUMaHWe Bpayei OT ANAarHOCTUKM
opdaHHbIx 3aboneBaHMin. OTMETUM, 4TO B POCCMM Ha CerofHALHUIA eHb HeA0CTaTOYHO aKTMBHO NPOBO-
AVNTCA BbifBNeHWe 6onesHn Pabpu BCreCTBME OTCYTCTBUA HACTOPOXEHHOCTU AOKTOPOB B OTHOLLEHUM
3TOro 3aboneBaHuA. MaLyeHTbl — MONOAbBIE MYXUMHBI, T.K. TeH AedULuTa X-rasakTo3ngasbl CLeneH ¢
X-xpoMocoMol — npoxoAaT ¢ AgnarHozoMm OHMK, noyeyHoM HeAOCTaTOYHOCTU U HepeAKo mornbatoT B
Bo3pacTte 30-40 sneT. [lnarHo3 OCHOBbIBAETCA Ha KAMHWMYECKUX MPOAB/JEHUAX, BbIAB/IEHUN aKTUBHOCTM
o-ranakTosnAasbl A B naasMme, eMKOLMTAX, CIE3HOM MUAKOCTHU, KyNbTUBMPYeMbIX $pubpobnacTax, 6mo-
nTaTax TKaHel, a TaKKe MOBbIWEHWUN YPOBHA COUHIOMIMKONUMUAOB (TPUreKCo3ULepamMuaa) B Moue,
naasMe, Ky/abTuBUpyeMbix ubpobractax. Heobxoanmo npoBoanTh AnddepeHLnanbHyo 4UarHOCTUKY C
6onesHbto PaHato-Ocnepa, AN KOTOPOI TaKKe XapaKTepHbl TeIeaHTIKTa3MM B Pa3NINYHbIX 4acTAX Tena,
KPOBOTEYeHWA, HO OTCYTCTBYIOT NPUCTYNbl 60N€el 1 He NopaXaloTCcA BHyTPeHHWe opraHbl. AnddepeHuu-
a/ibHbI ANArHo3 C peBMaTN3MOM CTPOUTCA Ha OTCYTCTBUE Y PeBMAaTUYECKMX 6O/IbHbIX MOPAXEHNI KOXN U
Pa3/IM4YHbIX BUOXMMUYECKMX NoKa3aTensx. [py BepHO NOCTaBNEHHOM AMarHo3e 1 CBOEBPEMEHHOM Havane
Tepanum 6onesHb ®abpu nogaaetca neveHnto. B YyacTHocTH, 3pPeKTUBHA 3aMecTUTeNbHAA pepMeHTHas
Tepanus npv nomoluy arancugasel o (Pennaran, Shire).

[Tarmenty GbIna IIPOBEACHA TIOBTOPHAS KOIIBIOTEPHAs TO-
Morpadus opraHoB GpIoHIHON rtorocTu. 3axawvenne: K-
KapTHHA OIyXOAM BEPXHETO CerMeHTa IpaBor modki. [la-
parieAbBUKaAbHbIE KUCTbI 00enX 1o4ek. [ lapenxumarosmbre
KHCTBI, KOHKPEMEHT ACBOM MOYKIL

[TanmenTy 6BIA0 PEKOMEHAOBAHO HAOAIOACHUE U Aede-
HHE B YCAOBUSX OHKOAOTUYIECKOTO cTarimoHapa. [laru-
eHTy OBINO IIPOBEAEHO OIEePATUBHOE ACICHUE — YyAa-
AeHume nodku. llpm rucronormaeckoM mccaepoBaHUM
YAAAEHHON OITyXOAU OBIA BBIABAEH CBETAOKAETOYHBIN

pak MoYKM (B HACTOAIEE BPEMs COCTABASET OKOAO
75% oT Bcex THUIIOB paka IMO4YKu). B AaHHBIT MOMEHT
MAMEHT YyBCTBYET ce6s XOPOIIIO, COCTOSHNIE OTHOCHU-
TEABHO yAOBAcTBOpHUTEAbHOE. Ob6caykuBaeT cebs, pa-
6oraer «Ha poMy». A/\ ocae orepariun crabuAN3NPO-
Baroch Ha nudpax 120/80 MM pr. cr., B HacToAUI
MOMECHT MAaITMEHT HE HYKAACTCS B TUTIOTCH3UBHOM Te-
paHI/II/I.

BbIBOABI

AaHHBIT KAMHUYECKUN CAyYall AE€MOHCTPUPYET, 4TO
AQKE (KAACCUYECKash» KAMHWYECKas KapTUHA IIPU OT-
CYTCTBUM OCHOBHOI'O KPUTEPUS AAS IIOCTAHOBKU AMa-
THO3a MOKET OBITb OOBSACHEHA IICABIM PAAOM APYTUX
IPUYMH M B UTOrE YKasblBaTb Ha COBEPIIEHHO MHOE
3aboaeBanue. Bce oro 3acraBaser Bpaua-TeparieBra
OBITH BCCTAA BHIMATCABHBIM K MaACHIIINM IIPOSABACHU-
AM GOAE3HU U ITIOCTOSIHHO COBEPIIIEHCTBOBATH CBOU KaK
IIPaKTUYECKUE, TaK 1 TEOPETUIECCKUE 3HAHUA B CaMbIX
PA3AMIHBIX 06AACTAX MCAUITIHBL
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cermenma npasoii nowx Asmopuvi 3aaeasiom, wmo dannas paboma, e¢ mema, npedmen u co-

0epomfme He 3aimparnsaiont KOKKypupyowmnx wiiiepecos.




