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2MOCKOBCKH#H rocyapCTBeHHbIN yHuBepcuTeT uMm. M.B. JlomoHocoea, Mocksa

Bonesnb Mabpu — 310 pefKoe HacneacTBeHHoe 3abonesaHue,
XapaKTepU3yloLLeecs HapyLUEHWEM Pa3pyLLIEHWUS U HAKOM/IEHH-
eM rIMKOgOCHONUNULOB B JIM30COMAX KNETOK Pas/iMuHbIX
opraHoB B pea3ynbTaTe geduuuTa JIM30COMHOro hepMeHTa
a-ranaktosupaasbl A. lNepsble cumntombl 6onesHn Mabpu
(HeMponaTtrueckas 60sb, aHT MOKEPATOMbI, YKy A0UHO-KHLLIEY-
Hble HapYLUEHUS, CHUXKEHWE UK OTCYTCTBUE NOTOOTAENEHMS)
06bIlYHO NOABASAIOTCS B AETCKOM MM NOAPOCTKOBOM BO3pacTe.
HebnaronpuatHble cxoapl 3aboneBaHUs CBA3aHbl C Nopaske-
HUEM MNoYeK, LLleHTpaibHOW HEPBHOM CUCTEMbI U CepaLa, Pa3Bu-
Batowmmcsa B Bo3pacte 20-40 net. BakHoe 3HaueHue ans
nuarHocTuku 6onesnn Mabpu, nossonsioLLer CBOeBPeEMEHHO
HayaTb (hepMeHTO3aMeCTUTENIbHYIO Tepanuio, UMeeT UHOop-
MWPOBaHHOCTb BpayeK, B TOM YhC/ie PEBMATO/ION0B, O NPO-
ABJIEHUSIX 3TOro 3aboNeBaHus.

KnioueBble cnosa. bosesHo @abpu, aHauokepamomel,
Helponamuyeckas 60/b, 1UXOpPadka, duazHOCMUKa.

KnuH. dpapmakon. tep., 2018, 27 (1), 39-46.

osie3Hb Pabpu — 3TO TMporpeccupyrollee Haciaem-

CTBEHHOE 3a00JIeBaHUE, CLEIUIEHHOE ¢ X-XpOMOCO-

MOI, KOTOpO€ XapaKTepu3yeTcss HaKOIlJIeHUeM
KOG OCHOIUNUIOB B JU30COMAxX KIETOK pPa3lIMYHBIX
OpPraHoOB B Pe3yJbTaTe HEIOCTATOYHOCTU MU OTCYTCTBMSI
a-ranakro3uaassl A. [MpuuuHoii nedunura atoro dhepmeH-
Ta gBagoTcd mytauuu reHa GLA, pacmosioxkeHHOro Ha
X-xpomocome. PacrnpoctpaHeHHocTh OosesHu Dabpu B
obweit momysunu coctapisgeT 50-100 Ha 1 MJIH HaceTeHUS
u corocTtaBuMa ¢ TakoBoii AHIIA-accounnpoBaHHBIX Bac-
KyauToB [1], a pe3yabTaThl CKPMHUHTOBBIX MCCIeI0BaHUI

Anpec: Mocksa, 119435, Pocconumo, 11/5
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cpenr HOBOPOXIEHHBIX CBUAETEIBCTBYIOT O TOM, YTO pac-
MIPOCTPAHEHHOCTh 3TOro 3a00JIeBaHUS MOXET OBLITh elle
BhILIIE [2].

V GonbIIMHCTBA MAIMEHTOB ¢ Oosie3Hbio Pabpy TepBhHIe
CUMIITOMBI, B YaCTHOCTH Heliporatuyueckasi 60Jib, aHTUOKe-
PaTOMbI, CHUXEHHUE UM OTCYTCTBUE MOTOOTACIEHUSI, XKeJTy-
JMOYHO-KUIIIEUHbIe HApYILIEHUS, TMOSBISIOTCS B TETCKOM
WK TOAPOCTKOBOM Bo3pacte, a B Bo3pacte 20-40 met pas-
BMBAeTCs MOpPaXEHWE BHYTPEHHUX OPTaHOB, B TOM YHUCIIE
rmoyex (MpOTeHHYPUST U TIPOTPECCUPYIOIee CHUXEHNE CKO-
pocTH KiIyOOUKOBOH (bUIBTpaLMM), cepaua (rumepTpodust
MUOKap/a) U LIEHTPaIbHON HEPBHOI CUCTEMbI (TPaH3UTOP-
Hble UIIeMUYeCKMe aTaku U MHCYIbT) (puc. 1).
3amomo3puTh IMarH03 OOBIYHO MO3BOJISIOT Hayalxo 00JIe3HU
B JIETCKOM BO3pacTe, “KJIacCuyeckue” CUMITOMBI, CUCTEM-
HOCTb TIOpaXeHUsSI BHYTPEHHUX OPTaHOB, HAJTMUME CXOTHBIX
WM APYTHX MPOsIBIeHUi 6one3Hr Pabpu y pojCTBEHHUKOB
nanueHTta. OmHaKo Aaxe Mpyu HATMYUKM TUITMYHBIX CUMIITO-
MOB nmarHo3 6oie3nn Pabpm yacTo yCTaHABIMBAOT C
OOJIBIIMM OIIO3JAHMEM, UYTO OTpaxkaeT HU3KYI MH(POpMU-
POBAHHOCTb Bpaveil 00 3ToM 3abosieBaHuu. [To maHHBIM
peructpa Fabry Outcome Survey (FOS), B EBpornie u npyrux
CTpaHax MMpa 3a MOCJENHUE TOMbI CPOK MEXIY MOSIBICHM-
€M CUMITOMOB M YCTAaHOBJIEHMEM JAMarHo3a y B3pOCIbIX
MalUEeHTOB HECKOJIbKO COKPATUJICS, OJHAKO IMO-TIPEXHEMY
ocraercs OonbinuM (MemuaHa — 10,5 net) [3]. B 2013-2017
rr. B kiuHuke uM. E.M. TapeeBa 0Obl10 oGciemoBaHo 82
B3pOCIBIX TanueHTa ¢ 6oe3Hbio Pabpu. Menmana cpoka
OT TEePBbIX CUMITOMOB JI0 YCTAHOBICHMSI TMarHo3a COCTa-
Buna 18 (9; 27) net, a auanasoH BapbupoBaics ot 0 go Sl
rojia, rMpuyeM y OOJIBIIMHCTBA TAIIMEHTOB TUArHO3 He ObLT
3aIroI03peH BpayaMu, a YCTAaHOBJIEH MpPU CKPUHMHTIE, MPO-
BOIMBILEMCSI B TUATM3HBIX OTAEJEHUSIX, WIK B pe3yjbTaTe
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Puc. 1. Knunnueckue npossnenus 6onesnn ®abpu. TUA -
TPaH3UTOpHas WieMuyeckas ataka, MPT - MarHMTHO-pe3oHaHCHas
TOMOrpacus roNOBHOrO MO3ra

00ce0BaHUs POACTBEHHUKOB OOJNbHBIX, T.€. CEMEHHOro
CKpMHMHTA. BaXXHOCTH CBOEBPEMEHHOI TMATHOCTUKK OTpe-
JeJIsieTCsl BO3MOXKHOCTBIO 3aMECTUTENILHOI Teparuu peKoM-
OMHAHTHBIMM TpenapaTaMu o.-TalakKTo3umasbl A, KoTopas
MO3BOJISIET YMEHBIIUTh KIMHUYECKUE CHUMIITOMBI, YJIyu-
IIUTh KAYeCTBO XU3HU W 3alepXaTh MPOTPecCUpOBaHUE
MopaxkeHUsI BHYTPEHHMX OpraHoB [4,5].

VYyureiBasg MHOTOOOpa3We KIMHUYECKUX TPOSIBICHUN
60se3un Pabpu, malUMeHThl MOTYT 00pallaThCsl K Bpayam
Pa3IMYHBIX CHEIMaJIbHOCTE!, B TOM YHCle TepaneBTaM,
HeBpoJoraM, KapauoJjoraM, HedposoraMm, aepMaTosoram,
reHeTHKaM, a Takke peBMaTosoraM. Hampumep, B Haiueit
KOropTe Mo KpaiiHedl Mepe OAMH “peBMATOJOrMYECKUil”
IVarHo3 ObLT ycTaHoBIeH y 22 (26,8%) u3 82 mauneHTOB
(Tabm. 1).

BonesHb ¢a6pu KaK ayToBocCnajiute/ibHoe 3abonesaHue

B ocHoBe pasutusi 6one3nu ®abpu jgexar HapylleHUE
paspylieHus: IMUKOCHUHTOIUIUIOB U UX OTJOXEHHUE B pa3-
JIUYHBIX OpraHax M TKaHsX, OJHAKO HAaKOIIeHWe cyOcTpa-
TOB «-TajlakTo3unasbl A He TMO03BOJISIET OOBSICHUTD
HEKOTOpble KJIWHUYECKWE TPOSIBICHUS U OCOOEHHOCTH
TeueHus1 OOJEe3HM Y YacTH IMalMeHTOB, B YaCTHOCTH BO3-
MOXHOCTb €€ MPOTrPecCUPOBAHUSI HECMOTPS Ha (HEPMEHTO-
3aMECTUTEJbHYIO Tepanuio. Bricka3aHO MpennosnaoxeHue,
YTO OMpeneeHHBIN BKJIan B MmatoreHe3 0oie3sHu Pabpu
BHOCHUT ayTOBOCIIaJIeHHEe. DTOT TEPMUH ObLI MPEIOXKEH B
koH1e XX Beka M.McDermott 1 coaBT., KOTOpbIE OIKCAIU
rpynny mamnueHToB ¢ TRAPS-cunapomom (ceMeiiHO#
MEepUOANYECKON JTMXOPaIKOM, aCCOUMUMPOBAHHON € MaTOJIO0-
rveit perentopa K (aktopy Hekposa omyxonau-a) [6]. B
OTJINYME OT AYTOMMMYHHOTO BOCIaJieHUs], B DPa3BUTUU
ayTOBOCHATUTENIbHBIX 00JIe3HEel TJIaBHYI0 pPOJib UTPaloT
TEHETUYECKU JeTEPMUHUPOBAHHBIE PEAKIIMM UMMYHUTETA U
BOCTIAJIEHUE, @ HE aHTUTeH-UHAYLIMPOBAHHbIE CUHTE3 aHTH-
ten win aktuBauus T-nmuMmdonutoB [7]. CoOTBETCTBEHHO,
MpU 00CJIENOBAHUM Y TIAILIMEHTOB BBISABISIOT BBICOKHE J1a00-
paTopHble ToKa3aTeIM aKTUBHOCTU BOCTIAJICHUS TTPU OTCYT-
CTBUM ayTOAHTUTE] WM MPU3HAKOB aKTUBAILIMM UMMYHHbBIX
KJIETOK, & MPUYMHON MOBPEXIEHUS TKaHEH SIBJSIOTCS MPO-
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BOCMAINTEIbHbIE LIMTOKUHDBI, XeMOKMUHBI U MOJIEKYJIbI aJire-
31HU.

TTycKOBBIM MEXaHM3MOM ayTOBOCIAJIEHUS SIBISETCS
oOpazoBaHue MH@IamMmacoMmbl (OT aHrI. inflammation —
BOCHIAJIEHUE) — MaKpPOMOJIEKYJISIPHOTO KOMILJIEKCa, B COCTaB
koToporo BxomsiT NLRP3 (kpuonupuH) wiu apyrue pom-
CTBEHHBIe OeskM, a Takxke O0enok ASC u mpokacnasa-1,
IpeBpamiaomascs B akKTUBHYI0 Kacmasdy-1. ITlocmemnsis
BbI3bIBaeT cekpeluto nHtepieiikuna (MUJI)-1p u UJI-18,
KOTOpbIE, B CBOIO OuYepellb, MHAYLMPYIOT BbiieaeHue WUJI-6,
WJI-8 u daxrTopa Hekposa omyxonu-o. UHIyKTOpamMu BoC-
MaJITEIBHOTO OTBETa MPM ayTOBOCTIATMTEbHBIX 3a00JeBa-
HMSIX MOTYT CIYXWUTb MOJEKYJIspHble (parMeHThl,
acCOUMUPOBaHHbBIE ¢ TOBpexneHueM (damage-associated
molecular patterns — DAMP), — sHIOreHHBIE MOJIEKYJIbI,
KOTOPbIE BbICBOOOXKIAIOTCSI MOBPEXICHHBIMU KJIETKAMU U
pacro3HaTcs crenu@uueckuMy pelenTopaMu UMMYHHBIX
KJIETOK.

B sKcrnepuMeHTaNbHBIX HMCCEA0BaHUIX N00aBieHUE
roboTpuao3ualepaMuaa K HEU3MEHEHHBIM KJIETKam
BBI3BIBAJIO AIllONTO3 M CEKPeLUIo IUTOKMHOB [8]. B cBs3u ¢
9TUM BBICKA3aHO MPENoNoXKeHUe, YTO IIMKOCHUHTOIUH-
IIbl, OTKJIAJIbIBAIOIIMECS B JIN30COMAX, MOTYT BBHICTYIaTh B
pommn DAMP wunm wHoyuupoBaThb MX 0Opa3oBaHHE B
MOBPEXICHHDBIX KJIETKAX C MOCIEAYIOUIUM Pa3BUTUEM XPO-
HHUYECKOTO BocmaymTeabHoro orBeta [9]. I[loarBepxkaeHnem
9TOM TUIOTE3bl MOXET CIYXHTb MOBBIIIEHUE CHIBOPOTOY-
HbIX YPOBHE#l MPOBOCHAJIUTENbHBIX LIUTOKUHOB, B TOM
qucie WUI-1p, NJI-6, ®HO-c, MOHOIIUTAPHOTO XeMOAT-
TpakTaHTHOro Oenka-1 (MCP-1), Monexkyn aare3uu y mamu-
eHTOB ¢ Oosie3Hblo Pabpu U UX CHUXKEHUE MOJ NeHCTBUEM
(epmeHTO3aMecTUTEbHOM Teparnuu [10].

KoHuenus ayroBocrnajieHus MOXET CIIYyXKUTh JTOTTOJTHU-
TeJIbHBIM JIOBOJIOM B TIOJIb3y paHHeN (hepMeHTO3aMeCTH-
TEJIbHOU Teparnu, Tak Kak MepcUucTUpPYolee XpOHUIeCKoe
BOCIMaJIEHUE, BbI3BAHHOE OTJIOXEHUEM TJIMKOC(HUHTOIUITH-
JIOB, MOXET CMOocOOCTBOBATh DPAa3BUTUIO HEOOPATUMBIX
M3MEHeHMIT B opraHax u TKaHsx. Kpome Toro, ayroBocrmna-
JIEHUE MOXET OBbITh MPUYMHON HEKOTOPHIX MPOSIBACHUI
6osne3nn Pabdpu, TaKUX Kak MPEeXomsiue Juxopaaka Wiu
apTPUT, XapaKTEePHBIX [T pEBMATOJOTMUECKUX 3a00JieBa-
HUI.

PeBmartonoruueckue macku 6onesnu ®abpu

TunuyHeIM cUMNITOMOM 6ojie3Hn Dabpu SABISIIOTCS aHTHO-
KepaToMbl — MeEJIKME TEMHO-KpacHble MSTKUE Y3eJKH,

TABJIULIA 1. “Pesmatonoruueckue” guarHosbi y 82 naumeH-
T0B € 60ne3Hbio Pabpu

Jnarvos n (%)

Backynmut* 6 (7,3%)
ApTpur** 5(6,1%)
Bonesnbs Ocnepa-Bebepa-Panmio 4 (4,9%)
PeBmarunueckast imxopanka 4 (4,9%)
CucreMHasi KpacHasi BOJlYaHKa 3(3,7%)
[Mepuonnueckast 601e3Hb 1(1,2%)

[Mpumevanue: *BacKyIuThl BKIOYaid B cebst IgA-Backynut, 6oJie3Hb
Bexuera u ap., **apTpuT BKJIIOYaI B ce0sl peBMaTOMAHbIIT apTPUT, 10Be-
HWIBHBIN PEBMATOMIHBIN apTPUT U OCTEOAPTPUT
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Puc. 2. AHrnokepartombl npu 6onesHn Pabpu. Cnesa - eanHUUHbIE BbICbINaHKs B 061acTH nynka y 31-neTHero My><uuHbl, NOJyYaBLIEro
NeUEeHHe reMOLMANM30M, CMIPaBa - MHOFOYMC/IEHHbIE aHTMOKEPATOMbI Ha KOXKe XKHBOTa y 56-1eTHEM XKeHLHHbI

JIOKQJIM3YIOIIWECS Ha TepenHeil OpIoNTHOM CTeHKe, B YacT-
HOCTH BHYTPM WJIM BOKPYT IyTKa, B MaxXOBOW 00JIaCTH, Ha
STOAMIAX, BEPXHMX KOHEUHOCTAX, Tybax (puc. 2).
AHTHOKepaToMbl Habmomanuch y 37 (45,7%) u3 82 obcne-
JIOBAHHBIX HAMM MALUEHTOB ¢ Oosie3Hbi0 Pabpu. Y 60iib-
IIMHCTBA OOJBHBIX OMPEACSIUCh PacTIpOCTPaHEHHbIE
KOXXHBIE BBICHITTAHUS, OJHAKO B HEKOTOPBIX CIydassx aHTHO-
KepaTOMbl OBUIM eIMHWYHBIMU M PACIOJarajuch BHYTPHU
MyInKa, Ha CIM3UCTON 000JI0UKEe MOJOCTH PTa WM MOJTOBBIX
ryb6ax. [IpakTuyecku y Bcex MalMeHTOB aHTHOKEPATOMBbI
MOSIBJISUTMCH B JIETCKOM WJIM TIOAPOCTKOBOM BO3pacTe W He
YMEHBIIATUCh CO BpeMeHeM. MHOTrouMCIeHHbIe aHTHOKe-
paToMbl MOTYT OBITh paclieHeHbl Kak myprypa LllenneitHa-
I'eHOXa, YTO IEMOHCTPUPYET CAeayIollee HaOMOIeHNE.

B 2013 romy K HaM B KJIMHMKY ObLT TOCIIMTAlIM3MPOBAH
30-71eTHUIT MYyX4YWHa, KOTOPBIN C NETCTBA XaJoBaJics Ha
00 B XMBOTE M SPKO-KpacHbIe BBICHITIAHWS Ha KOXe
JKMBOTA, SITONMII M HUXHUX KOHeuHocTeil. Habmomancs
PEBMATOJIOTOM TI0 MECTY XUTEJNIbCTBA MO TOBOAY reMoppa-
TMYeCcKoro BacKynurta. B Bo3pacte 28 jeT BhISIBJIeHA MpPOTe-
MHYpUs 0e3 M3MEHEHUIl MOYEBOro Ocajika, B CBS3M C YeM
MoJyyas JieueHue III0KOKOPTUKOCTEPOUAAMU U LUKI0(hoc-
damunom 6e3 apdexra. [lpu obciaenoBaHuU B KIMHUKE
nuarHos3 IgA-BackynuTa BbI3Bad COMHeHMs. [ljsi aToro
3a00JieBaHMsI XapaKTepPHbI MPEeXO/siine KOXHbIE BbIChITIA-
HUS, KOTOPbIe OOBIYHO TIOSIBJISIIOTCS MOJ ACHCTBUEM (DU3H-
YecKOM Harpy3ku WIM XoJoja M MOIyT OecclenHo
MPOXOIUTh B T€UEHME HECKOJBbKUX AHei. JledeHue TIoKo-
KOPTUKOCTEPOUIAMH OOBIYHO BBI3BIBAET YMEHBIICHHE KOX-
HOro cuHapoMa. B To e BpeMs y MalMeHTa KOXHbIE
BBICHITTAaHUST OBUTM TTOCTOSTHHBIMM M He YMEHBIIMJINCH IO
BJIUSIHMEM TJIOKOKOPTUKOCTepouaoB. Kpome Toro, mpu
o0cieoBaHUM, MOMUMO MOPaXKeHHUsT TIOUeK, OblIa BbIsIBJIe-
Ha runeptpodust Muokapaa. [1pu IgA-Backynure cepaue He
ropaxaeTcs, a yBeJJM4eHHe MacChl MMOKap/a JIEBOTO XKeJTy-
JIOYKa OTMEYaeTcsl TOJbKO IMPU HaJUYUM apTepuaibHOi
TUNIEPTOHUU, KOTOpasi y TalMeHTa OTCYTCTBOBaja.
l'unepTpodus neBoro Xxeaygouka — 3TO TUIUYHOE IPO-
sBJIeHME MopaxeHus: cepaua npu 6onesnu Padpu. [Mpu
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MarHUTHO-PE30HAHCHOI TOMOTrpacuu Mbl BBISIBUIN TUTIEP-
Tpoduio sesoro xemymouka y 16 (40,0%) u3 40 B3pocibix
MalKMeHTOB ¢ 9TUM 3abojieBaHUMEM, B TOM uyucie y 13
(46,4%) w3 28 myxuuH u 3 (25,0%) u3 12 xenumH (puc. 3)
[11]. CnemyeT OTMETUTD, YTO Y TPETH MALIMEHTOB HAOJIOmA-
JIOCh aCUMMETPUYHOE YTOJIIEHUE MEXXKeTyI0uKOBOI
MePeropojiki, KOTOPOE CUMTAIOT XapaKTepHBIM ISl TUTIEp-
Tpoduyeckoit kKapauomuonatuu. [lopaxkeHue moyex pa3Bu-
BaeTcsl Kak mnpu IgA-Backynurte, Tak W Mpu 00JE3HU
®abpu, ogHAKO Yy MAIMeHToB ¢ myprypoi [lleHneitHa-
I'eHoxa OHO OOBIYHO MPOSIBISIETCS HE TOJLKO HEOOJBIIOM
MPOTEMHYpUEil, HO U MUKPO- UJIM Makporematypueii, KoTo-
pas mipu 6os1e3HM Pabpu OTCYTCTBYET. YUUTHIBAs coOveTa-
HME aHTMOKepaToM M 0OoJiell B XMBOTE, TMOSBUBLIMXCS B
NIETCKOM BO3pacTe, HEOOJNbIIONH MPOTEMHYPUU, HE COMpPO-
BOXIaBILIEics U3MEHEHUEM MOUYEBOTO OCalKa, U TUIEPTPO-
¢um MUOKapAa, HE CBI3aHHOHW C apTepuaJbHON
TUTICPTOHMEH, OBLT 3amono3peH auarHo3 6ojesnn Dabpu,

= f A
Puc. 3. Tuneprpocus Muokapaa Ha MPT ceppua y naumeHTKH

c 6onesHblo Pabpu. CTpeska - No3aHee HAKONNEHWE rafONUHKA,
yKa3sblBatoLLee Ha ouar MHTPaMHUOKapaHanbHoro ubposa
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KOTODbIil ObLT MOATBEPXKIEH MPU MOJEKYJISIPHO-TeHETUYe-
CKOM uccrenoBaHuu. B teuenue 3 et momyvaet hepMeHTO-
3aMeCTUTeNbHYI0 Tepanuio. [IpoTenHypuss He HapacTaer.
DyHKIMS MOYeK OCTAeTCs] HOPMAJIbHOM.

K uucny paHHux cuMntoMoB 6one3sHn Mabpu oTHOCHUT-
cg HelipomaTtuyeckasi 00jb (aKpormapecTe3nu), KoTopas
Habmonatach y 65 (79,3%) u3 82 GOJBHBIX. Y MaJbuMKOB
OHa OOBIYHO TIOSIBISIETCS paHbIlle, YeM Y JIeBOYEK. Y 4acTu
MaIMeHTOB HelfpornaTthuyeckasl 00Jb UMeeT KPU30BOe Teve-
HUE U XapaKTEepU3YETCsl SMU30JaMU MYYMTEIbHON XTyuyeil
00711 B KOHEYHOCTSIX, KOTOPbIE BO3HUKAIOT B XKapKYyIO MOT0-
Iy WIW TIpu OBICTPOIl CMEeHEe TeMIlepaTyphl OKpYyXKaroIlieit
cpelbl WM MPOBOLMPYIOTCS JUXOpankoii, usznmdyeckoit
Harpyskoii mim ctpeccoM. HekoTopble MmaiueHThl MbITarT-
CA YMEHBIIUTb 0O0JIb, OMycKas KWCTH W/WJIN CTOTBI B
xosonHyto Boay. IIpu Gonesnu @abpu MOryT HabGIIOAATHCS
1 TIPAKTUYECKU TOCTOSIHHBIE OOJM U TIApecTe3uM B KUCTSIX
1 CTOTaX, XOTSI OHU, KaK MPaBUJIO, TAKXKe YCUJIMBAIOTCS MO
NeWCTBUEM BhIlIE MepeyrcaeHHbIX dhakTopoB. C Bo3pacToM
Heiiporatryeckasi 60Jib MHOT/A YMEHbIIACTCS WU TI0JI-
HOCTBIO IIPOXOIUT, YTO HEOOXOIMMO YYMTHIBATh MpPU cOOpe
aHaMHe3a y B3pocyoro mnamueHra. MHorna Heiiponaruye-
CKYI0 00JIb HENpaBWJIbHO TPAKTYIOT Kak 00Jib B CyCTaBax,
YTO MOXET OBbITh MPUYMHOMN OLIMOOYHBIX AUATHO30B, B TOM
4yucje peBMAaTOMIHOTO apTpuUTa.

Jlerom 2016 Toma B KIMHMKY ObLT FOCIMUTAIM3UPOBAH
20-1eTHMIT MyX4MHa, KOTOpOro ¢ 11 et 6ecrnokomIu mpu-
CTYNbl MHTEHCUBHBIX 00JIei B MajbliaX KMUCTE U CTOI, BO3-
HUKaBIIKe 1-2 pa3za B Helelo, IpomoJIKaBIInecs 2-3 yaca
Y TIPOXOIMBIIME TOCJIe NpUeMa aHaJbreTUKoB. boau He
COMPOBOXAAINCH MPUIYXaHUEM CYCTaBoB. TeM He MeHee,
Ha TIPOTSDKEHMM HECKOJbKUX JIET HaOJtoMancs neamaTpom
10 MECTY XUTEJIbCTBA C IMATHO30M IOBEHUJIBHOTO PEBMATO-
uaHoro aptputa. [IpuHMMan pasiMyHble HECTEPOUIHbIE
MPOTUBOBOCTIAIMTEIbHBIE TpernapaTbl (HUMECYIUI, TUKIIO-
deHak, anekinodeHak) ¢ BpeMeHHBIM 3¢ddekTom. B 2015
romy ObLI ycTaHOBJEH AMarHo3 oosnesnn Mabdbpu (cHUXeHue
AKTUBHOCTH o-TajakTo3umasbl A u mytauus c.8044>C rena
GLA). Ilpu ompoce oTMeuanach 4eTKasl CBSI3b Ooieil C
MOBbIILIEHUEM TeMIIepaTypbl TeJla WM OKPYXalollleil cpebl,
B YaCTHOCTH OYEPETHON MPUCTYN pa3BUIICS Cpa3dy IMocje
MOCTYIJIEHHsI B KIMHMKY, TaK KakK MalueHT ObUI rOCIUTa-
JIM3UPOBAH B MajaTy, HAXOAMBILYIOCS Ha “COMHEYHON” CTO-
poHe otneneHust. Kpome Ttoro, oOpainano Ha cedst
BHHMMaHUe HaJIW4YKMe MOHMKEHHOTO TMOOTAEJEHUS U 3IU30-
noB auapeu ¢ gerckoro Bospacrta. [Ipu MPT npusnakos
MopaxeHusl cepiilla U TOJOBHOTO MO3Ta HE BBISBJIEHO, B
Moue O€JIOK He OMpenessics, OTHAKO IPU OCMOTpe
0 TaTbMOJIOrOM TMATHOCTUPOBAHA BUXPEBUIHAS KepaTomna-
ThsA. B Hactosiee Bpemsl MalueHT mojydyaeT (hepMeHTo3a-
MECTHUTEJIbHYIO Teparuio, KOTopast MpuBesia K YMEHbIICHUIO
YacTOThl MPUCTYIIOB U MHTEHCUBHOCTU HEHpONaTuyecKoin
6onu.

Tunoruapo3 WaM aHTUAPO3, CBSA3aHHBIE C OTJIOXKEHHEM
TJIMKOCGHUHTOIUIUIOB B MOTOBBIX XeJie3aX, 4acTo BCTpe-
qaloTcs y MalueHToB ¢ 6one3Hbio ®Pabpu. Hapymenwue
MTOTOOT/ENIEHUsT OOBIYHO TIOSIBISAETCS YK€ B JETCKOM MJIU
MOAPOCTKOBOM BO3pacTe M OOBSICHSET TUIOXYIO MEPEHOCH-
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Puc. 4. BopoHkoBupHas kepartonatus (cornea verticillata) npu
6onezun Pabpu

MOCTb 3Xapbl, XapakTepHYI0 [UIsl 3TOro 3aboJIeBaHUS.
HeobxoaumMo OTMETUTb, UTO MAIlMeHThl OOBIYHO CaMU He
JKaJTYIOTCSl HA CHUKEHHYIO TOTIIMBOCTD, TTIO3TOMY 3TOT BaX-
HBIl CUMIITOM MOXET OBIThb YMYIIEH MPU HETOCTaTOUYHO
TUIaTeJbHOM ormpoce. Ellle OAWMH TUMHWYHBIA CUMIITOM
6one3nn ®abpu — BOPOHKOBMIHAS (MM BUXPEBUIHAS)
KkeparonaTus (cornea verticillata) — KOpUIHEBO-30JI0TUCTHIE
OTJIOXKEHUSI B POTOBMIIE B BHIE M3OTHYTHIX JIMHUI MPU
OTCYTCTBMW OPYTMX MPUYMH CXOMHBIX U3MEHEHWI, HaTpu-
Mep, TpueMa aMUoJapoHa WM TUIPOKCHUXJIOPOXMHA (pHC.
4). BuxpeBuaHasi KepaTornaTusi He MPUBOIUT K HAPYIIEHUIO
3peHUs, OMHAKO MMEET BaxKHOE 3HAUEHUE JJIST TIOATBEPXKIe-
HMS 1MarHosa 6os1e3Hu ®adbpu, 0COOEHHO B COMHUTEIbHBIX
ciyyasix.

B npencraBneHHOM HaOMIOAEHWN OYEBUIHON MPUIMHOMN
HeMpaBWIbLHOIO IMarHo3a Obl1a OIIMOOYHAs TPaKTOBKa
Oosiell B KMCTSIX M CTOMAaX, KOTOpble OTpaxaju Haauuyue
HeWporaTiu, a He TopaxkeHus1 cycTaBoB. OMHAKO, KaK yKa-
3aHO BBIILIE, Yy MalMEHTOB ¢ Oojie3Hblo MDabpu Moryr
HaOJII0aThesl HE TOJILKO Helponartusi, Ho U 00Jiu B cycTa-
Bax M JMXOpaaKa, COMPOBOXIAIOIINECS J1abOpaTOPHBIMU
Npu3HaKaMu BocrajeHusl. [0 MHEHMI0O HEKOTOPBIX 3KC-
neptoB, 6one3nb Pabpu cieayeT BKIOYATh B aJrOPUTM
o0cenoBaHusI MALMEHTOB C JIMXOPAJKOl HESICHOTO TeHe3a
[12]. Cpenu oOciemoBaHHBIX HaMM IALIMEHTOB 0OIU B
cycraBax otMmevanuch y 6 (7,3%) mauueHToB, a JMXOpajiKa
—y 13 (15,9%). TIpumepoM MOXeT CIYXKHTh CIeAyollee
HalbJo/IeH1E.

B aBrycte 2015 roga B KJIMHUKY ObUI TOCITATAIM3UPOBAH
30-1eTHMIT My>XXurHa, KoToporo ¢ 10-J1eTHero Bo3pacra Oec-
MMOKOMJIM CJIab0CTh, OBICTpasi YyTOMJISIEMOCTb, CHUXEHUE
MOTOOTAENEHUs M BBICHIMAHUSI OYyporo 1BeTa B 00JacTH
MynKa, B MOCJIEAYIOIIEM PaclpOoCTpaHUBIIKECS Ha KOXY
KMBOTa U KOHeYHocTel. B 12 et mosiBuinch 001u B KpyI-
HBIX U MEJKMX CyCcTaBaX KOHEUHOCTeil 0e3 UX MpUIyXaHUst
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Y MUAJITUU, KOTOPbIE MHOTIA COMPOBOXIATUCH MOBBILIEHU-
eM Temmeparypsl Teaa 1o 38-39°C. Yaue Bcero 601 BO3-
HUKaJIM TOCJe WMHCONSIIMU WIM Ha (DOHE TOBBIIIEHUS
TeMmrnepaTypbl TeJa. PeBMaToumHblil hakTop He onpeaesi-
cd. YpoBeHb C-peakTUBHOTO OeilKa OBIT HOPMAaJbHBIM.
[MpuHUMan HecTepouIHbIE MPOTUBOBOCTIATMTEILHBIE TTPe-
nmapatbl ¢ yMepeHHbIM 3ddekToM. [IpeanpuHuManuch
TIOTIBITKY JIEYEHUSI TITIOKOKOPTUKOCTEPOUIAMU, KOTOPbIE
BBI3BIBAJIM YCUJIEHHUE ycuieHue Ooseii. HeomHOKpaTHO KOH-
CYJIETUPOBAJICSI T€MATOJOTOM, PEBMATOJOrOM, MH(MEKIINO-
HUCTOM, OJHAKO JAMarHo3 ocraBajcs HesicHbIM. C 20 ser
MPUCOECTVMHUINCH OHEMEHHEe KOHEYHOCTEel, YYBCTBO WX
rnoxosiofaHus, napecte3uu. B utoHe 2015 roma BrepBbie
BBICKA3aHO TIpeArooxeHne o 6one3nn Mabpu, TUarHo3
KOTOpPO# OB TMONTBEPXKIEH Ha OCHOBAHUU CHYKEHMUS
AKTUBHOCTU C.-TAIAKTO3UABI A U Pe3yJbTaTOB MOJEKYJISIp-
HO-TEHETUYECKOTO HucciaenoBaHus (myrauus c¢.550T>G
reda GLA). IIpu oOcnenoBaHnu B KIMHUKE OMPEACTISINCH
nopakeHue TMoyeK (HeOoblias MpOTeuHypusi 6e3 Hapylle-
HUS (YHKIWU ITOYEK) U BUXPEBUIHAS KEPaTOMaTHsI.

B mpencraBieHHOM cilyvae ITOBOIAMM TPOTHB JUArHO3a
PEBMATOMIHOTO apTpUTa CAYKUIM OTCYTCTBUE MPUITyXaHUS
U YTPEHHEH CKOBAaHHOCTU B CyCTaBax, peBMATOMIHOTO (hak-
TOpa ¥ J]abopaTOPHBIX MPU3HAKOB BOCTIATIEHUS, XOTS HAM-
yye MocJAeqHUX He MCKovyaeT auarHo3 6ose3Hu Padpwu.
Mpbl HaGMOAaMM MALMEHTOB C MOATBEPKIEHHBIM TUATHO-
30M 3TOTO 3a00JIeBaHMSI, Y KOTOPHIX MOMUMO THITUYHBIX
CUMITOMOB HaOIIOAAIMCh YacTble SMU30/bl BBICOKOM JIHUXO-
panku, corpoBoxnasiieiica mopeimeHneM COD mo 50-80
MM/4 ¥ Pe3KUM YBeJIMYeHHeM KOoHUeHTpauuu C-peakTHB-
Horo Genka. E. Verrechia ¥ coaBT. B peTpOCIEKTHUBHOM
WCCIIeIOBAaHUM BBISIBUJIM JIMXOPAJAKY B Havyasie 0ose3Hu y 12
(20,7%) wn3 58 manueHToB ¢ 6ose3Hbio Madpu. ¥V 10 uz 12
OOJILHBIX UMETHCh aKPOMapecTe3nu, a y 2 ObUTM MOBBILIEHbBI
J1abopaTopHble MapKephl BociajieHus [13].

KnouoM x auarHosy 6Gosesnu ®abpu, Kak U MHOIMX
NPYTUX HACIENCTBEHHBIX 3a00JeBaHUI, MOXET CIYXUTb HE
TOJIbKO TIOSIBJIEHUE TIEPBBIX CUMIITOMOB B JIETCKOM BO3pac-
Te, HO M HaJIM4YMe CXOMHBIX MPOSIBJICHUI y POJACTBEHHUKOB.
Tak, y 28-n1eTHero Opara ONMMCAHHOTO BbIlIE MAlMEHTa
TakXe HMeJIUCh HEeMHOTOYMCIEHHBbIE aHTMOKEPaTOMBI,
BOPOHKOBHIHAS KepaTONaTus U MUKPOATbOYMUHYPUS, a
Mpu ceMeiiHOM cKpuHMHTe MyTauus ¢.550T>G rena GLA
Obl1a BbISIBJIEHA Y Oparta, Matepu, 0aOyIIKM MO MaTepUH-
CKOW JIMHUM, ISAM M JBOIOPOMHBIX cectep. [Ipy aHanm3e
CeMEMHOro aHaMHe3a ClelyeT YYUThIBaTb BapuadeIbHOCTh
denoruna 6onesnn Pabpu u obpamiath BHMMaHUE Ha
HaJIM4yKe He TOJIbKO OJMHAKOBBIX, HO U JAPYTMX MPOSBICHUI
9TOro 3abojeBaHMsl (HampUMeEp, TePMUHAIbHAS XPOHUYE-
cKasl TIouevyHasi HeOCTaTOYHOCTh, TUIIepTpodruIecKasi Kap-
JTMOMMOMATHS, MHCYJIBT B MOJIOIOM BO3pacTe U T.I1.).

Ipu mIaHUPOBAaHUM CEMEMHOro CKPUHUHTA HEOOXOA-
MO YUYUTHIBAaTh THIT HaciemoBaHus 6oje3nu Pdabpu, KOTo-
poe clLemIeHo ¢ X-XpoMocoMmMoi. MyXumHa MOXeT
MOJYYUTb MYTaHTHBIN T'€H TOJbKO OT MaTepu, B TO BpeMsl
Kak XeHIIMHe X-XpoMocoMa, cojiepxalas MYTaHTHBII
TeH, MOXeT OBbITh TepenaHa Kak OT OTIa, TaK U MaTepH.
CoOOTBETCTBEHHO, €c/ii 3a00JieBaHUE BBISIBJIEHO Y MYXUM-
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HbI, TO HEOOXOAMMO 0OCIEeIOBaTh BCEX €r0 POACTBEHHUKOB
110 MaTePUHCKON JMHUU. Y XEHIIMH, B OTIMYME OT MYX-
yuH, myTtauus reHa GLA ¢akruyecku Bcerma HaAXOAUTCS B
T€TePO3UTOTHOM COCTOSIHUM, MO3TOMY CUMIITOMbBI 0OJE3HU
Dabpy MOABIAIOTCS TIO3HEE U B 1IEJIOM MEeHee BhIpaskeHBI,
yeM y MYyXUYHWH, a MHOTAA OTCYTCTBYIOT. OMHAKO KEHIIUH
He cJielyeT CYUTaTh TOJbKO HOCUTENSIMU MYTaHTHOTO IeHa,
TaK KakK Yy 3HAUMTEJIbHON YacTWM M3 HUX HaAOJ0AAoTCs
TUIIMYHBIE CUMIITOMBI ¥ Pa3BUBAETCS MMOPaXKeHWE BHYTPEH-
HUX OPraHoB, XapakTepHoe /st 6osnesHu Dadpu.

ITopaxkenue nepudepryeckoit HEpBHOI CHUCTEMBI HEpe/I-
KO HaOJIomaeTcs Mpu peBMaTUYECKMX OO0JIe3HSIX, B TOM
YyHUCJie PeBMAaTOMAHOM apTPUTE, CUCTEMHOM KPacHOW BOJ-
yanke, AHIIA-accounmpoBaHHBIX BacKyauTax. B 6oib-
IIMHCTBE CJIydaeB OHO XapaKTepu3yeTcsl pa3BUTUEM
CEHCOPHOM TOJIMHEUpOonaTuu, MposSBISIOLICHCI OHEMEHM-
€M U TapecTe3ussIMU B KOHEUHOCTsX. Pexe BcTpeuaioTcs
JBUTATeJIbHbIE PACCTPONCTBA BILUIOTH 10 TeTparapesa, KOTo-
puie npu 6osie3Hn Padbpu oTcyTcTBYIOT. [TopaxeHue nepu-
(epuyeckoil HEpPBHOI CHUCTEMBl TIPU PEBMATUYECKUX
00JIE3HSIX He BCerga COIpPOBOXIAaeTcs 0O0JEBBIM CHHAPO-
MOM, KOTOpBIii, HA000pOT, TUMHNYEH is1 Oone3Hu Pabdpu.
MHTeHcrBHAsE 60JIb B KOHEUHOCTSIX MOXKET OTMeUaThCsl TIpU
y3eJKOBOM TOJMApTepUnTe, OJHAKO MPU 3TOM 3aboJieBa-
HUM HEBPUT MPAKTUYECKM BCETAA BbI3bIBAET MOTOPHYIO
nuchyHKIIMIO, a 00Jb He 3aBUCHUT OT TeMIepaTypbl OKpY-
JKalollel cpefibl, COXPaHsIeTCsS TOCTOSTHHO M YMEHBIIIAeTCs
O]l BJMSIHUEM MUMMYHOCYITPECCUBHOM Teparuu.

IMopaxkenune mouyek 66110 BBIsABIEHO Y 70 (85%) u3 82
00clieIOBAHHBIX HaMKM MALMEHTOB C 0ose3Hbio Pabpu.
Hedponarus nposiBisiiach albOyMUHypUeld WIM HEOOJb-
10 TMPOTEMHYpPUEH, Yallle BCETo He AOCTUTraBlleil Hedpo-
TUYECKOTO YPOBHSI, W TPOTPECCUPYIOIINM YXYAIIEHUEM
(yHK1IIMM MoOYeK. ApTepuasbHasi TUMIEPTOHUSI OOBIYHO pa3-
BMBaJIaCch TOJIbKO Ha CTAAMM TSKENOM MOYEeYHON HemocTa-
TOYHOCTH. Y HEKOTOPBIX MAIMEHTOB TOpaxeHHue MoveK
ObLIO BMEPBbIE BHISIBJIEHO yXe Ha TEPMUHAILHON CTaauu
XPOHWYECKOI TOYeYyHO! HemocTaTouHOCTU. CHIXKEHUE
CKOpPOCTH KJIYyOOUYKOBOM (UAbTpAalMU y IALUMEHTOB C
6osiesHblo Pabpu MOXET UMHUTUPOBATh KapTUHY 000CTpe-
HMS TJIOMepy/IoHedpuTa B paMKax CUCTEMHOTO BaCKYJIUTa,
YTO JEMOHCTPUPYET Cleayloliee HabIoaeHUE.

33-7eTHMiT MyXXYMHA ObUT BIEPBbIE FOCTIUTATM3UPOBAH B
kiHuKY B utojie 2011 roga. C 10-neTHero Bo3pacra Gecro-
KOWJIM OO B KHMCTSIX M CTOMAX, MO3IHEE MOSIBUINCH 001
B KOJIEHHBIX CycTaBax M Mbllllax. B Bospacte 15 ner Brep-
BbIe BBISIBIEHBI HEOOJIbIlAsT IPOTEUHYPUSI U JIEUKOLIMUTYPHUSI.
CocTosiHME YXYAIIWIOCH B Bo3pacTe 28 jeT, Korma ObLIo
OTMEUYEHO HapacTaHue MPOTEeMHYPUH, MOBbILIEHUE ChIBOPO-
TOYHOTO ypoBHsI KpeaTuHuHa u AJl. buomncus mouek He
npoBoauiack. 1o moBoay mpenmojaraeMoro o0OCTpPeHUS
rjaoMepyJioHedpuTa moayyaa UMMYHOCYTIPECCUBHYIO Tepa-
MU0 TIpEAHM30JIOHOM U UMKiIopochaMmuaoM, OITHAKO
¢GyHKIMSI ToYeK Ipomokana yxyamartbcs. Hapacrana
apTepuajibHasl TUIIEPTOHUS, KOTOPasl MJIOX0 KOHTPOJIMPOBa-
JlaCh HECKOJIbKMMU aHTUTUTEPTEH3UBHBIMU TIperapaTaMu.
OO0cyxmancss IMarHo3 CUCTEeMHOIO BAaCcKYJIWTa, B CBSI3HU C
YyeM OblIa BBIMOJIHEHA OMOMCHUST KOXKHO-MBIIIEYHOTO JOCKY-
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Ta. [Ipu3HaKOB BacKyauTa He BBISIBJIEHO. AHTUTENIA K IUTO-
ma3mMe HeUTpodUIoB B KpOBM TaKXe OTCYTCTBOBajiu. B
Bo3pacte 30 JieT HavyaTo JeyeHHue MPOrpaMMHBLIM IeMOaMa-
JM30M, a yepe3 2 roja NpousBedeHa TpaHCIJIaHTAIMS
MOYKM OT MaTepu. YUMTHIBAS HATWYME HEHPONaTUIecKoi
00JIM ¢ IETCKOTO BO3pacTa, MHOXKXECTBEHHBIX aHTMOKEPATOM
B TMaxOBOi 00JaCTU M XapaKTEPHBIX YepT Jula (BHICTYMAO-
1Me CynpaopOUTaNbHbIe TYTH U HYKHSISL YEJTI0CTh), 00CYX-
pgajcs  auarHo3  6osesHu  ®@abpu, KOTOpBIA  ObLI
MOATBEPKAEH MPU MOJEKYISIPHO-TE€HETUUECKOM HUCCIen0-
Banun. C 2014 roma monydaeT pepMEeHTO3aMECTUTEIBHYIO
Teparnuio.

Takum 00pa3oM, Kak ¥ B MPEIbIIYIINX HaOIIONECHUSIX,
3aIrmo03pUTh IUarHo3 6osesnn Pabpu y malueHTa Mmo3Bo-
JIWIIM HelporaTudeckast 00Jib, COXpaHSBIIAsCS Ha MPOTS-
xeHun Oosee 20 JjieT, M aHruokepaTtoMbl. [lopaxeHue
MOYEK XapaKTepHO JJISi CUCTEMHBIX BACKYJIMTOB C BOBJIEYE-
HHEeM MeJKUX cocymoB, mpexne Bcero AHIIA-accomuumpo-
BaHHBIX BACKYJIMTOB — TpaHyJeMaTo3a C MOJMAHTUUTOM M
MMKPOCKOIMYECKOro MnojimaHruura. bes mmmyHocymnpec-
cuBHO# Tepanmuu AHIIA-acconunpoBaHHBII TIOMEPYIO-
HedpUT ObICTPO MpOrpeccupyeT U MPUBOIUT K PA3BUTHUIO
TEPMUHAILHOM XPOHUYECKON MOYEYHON HENOCTATOYHOCTH.
COoOTBETCTBEHHO, IMOSBICHME MPOTEMHYpPUU 3a 13 1meT mo
yXyalleHus] GYHKIUMU MOoYeK B OMMCAHHOM cliyyae SIBHO
MPOTUBOPEUMIIO AUATHO3Y CUCTEMHOTO BacKyJIMTa.

VY He6oJblLIoi YacT mauueHTOB ¢ 0ojie3Hbio Dabpu
HabyoaaeTcs “M30JMpOBaHHOE” TIOpaXeHHEe TMOYyeK, He
COIIpOBOXAaloIIeecs “KiaaccuuyecKuMu”’ cuMmnToMamMu. B
TaKMX CJIyJasx IMArHo3 MOXKET ObIThb YCTAaHOBJIEH TOJBKO
MpU 2JAEKTPOHHOM MUKPOCKOIMHU MOYEYHOro OMomNTaTa Uiu
nyteM ckpuHuHra. B 2014-2017 rr. B pocCHICKUX AUaIn3-
HBIX OTAeJaeHUsIX Oonee yeM y 5500 manuMeHTOB, IOJIydaB-
IUX JieyeHWe TNPOrpaMMHBLIM TeMOIMaIu30M, Oblaa
onpejieieHa aKTUBHOCTb 0.-TaJIaKTO3M1a3bl A ISl UCKITIOUe-
Hust OGonesnu Dabpu [14]. B pesynbrate CKpUHUHra
nuarHo3 6osnesHu Padpu, MOATBEPXICHHBIN MPU MOJEKY-
JIIPHO-TEHETUYECKOM MCCJIEOBAaHNM, ObLT ycTaHOBIEH y 20
mannentoB. Cieayer oTtMeTuTh, 4to y 16 (80%) M3 Hux
MMEJNUCh TUMUYHbIE MposiBaeHus 0osne3Hu Padpu, B ToM
quciie HelporaThudeckast 60b y 16, aHTMOKepaTOMbl y 7 U
TMITOTUAPO3/aHTUIPO3 Y 16, KOTOpble OTMEUaINCh C JeT-
CKOro Bospacta. Tem He MeHee, 3TOT AMAarHO3 HUKOTAA He
o0cyXmacs.

K xapaktepHbIM mposiBieHUusIM 00je3Hn Pabpu OTHO-
CATCS MIIEMUYECKUI MHCYJIbT U TPAH3UTOPHBIE UIllEMUYe-
CKMe aTaku, pa3BMBaolIuecss B MojogoM Bospacte. Cpemnu
2446 manueHTOB ¢ 3TUM 3a00JIEBAHUEM, BKIIIOYEHHBIX B
Fabry Registry, yactota MHCynbTa cocTaBuna 6,9% y Myx-
yuH 1 4,3% y xeHImuH (MearaHa Bo3pacta 39,0 u 45,7 ner,
COOTBETCTBeHHO) [15]. 3a001€Ba€MOCTh MHCYIBTOM Y TaLl-
€HTOB ¢ 0osie3HbI0 Pabpu ObLIa 3HAYUTEIBHO BhIlIE, YEM B
o011ei momynsaiuu. Y 6oIbIIMHCTBA OOJbHBIX MHCYJIBT pa3-
BuJiics B Bo3pacte ot 20 mo 50 net, B Tom uncie y 30 (21%)
u3 138 6onbHbIX — B Bo3pacTe a0 30 jer. B Haieit koropre
pa3BUTHE MHCYJIbTa ObUTO oTMeueHOo Yy 15 (18,3%) u3 82
MnanueHToB ¢ Ooje3Hbio Pabpu. B HEKOTOpBIX ciyuasx
HapyllleHle MO3TOBOr0 KpoBOOOpalleHUs] ObUIO TEPBbIM
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nposiBiieHreM 3abojieBaHusl. B HacTosimee Bpemsi Mbl
HaOromaeM ABYX cecTep B Bo3pacTe 28 u 25 JIeT, KOTopble
repeHec M HapylieHue MO3rOBOTO KPOBOOOpAIlleH!S B BO3-
pacte 19 u 23 net, COOTBETCTBEHHO. Y 00€UX XEHIIMH
Ipyrue CUMITOMBI Gose3Hn Mabpu 10 WHCYIbTa OTCYT-
CTBOBAJIM, a IMArHO3 ObLI YCTAaHOBJEH OKOJIO Tola Hazal B
pesysibTaTe CeMEMHOro CKpMHMHTrA, KOTJAa y ChiHA OJHOM
MAIMEeHTKH TIOSIBUJIACH AHTUOKEPATOMBI ¥ OBLTU BBISIBIICHBI
CHMXXKEHUE aKTUBHOCTHM O.-TaJaKTO3MIa3bl A M MyTalust
¢.782G>T rena GLA.

Bo3MOXHBIMY TIPUYMHAMM WHCYJIBTA B MOJIOJIOM BO3-
pacte MOTYT ObITh aHTU(MDOCHOIUIUAHBIN CUHAPOM, HAIIPHU-
Mep, MPU CUCTEMHOI KpacHOW BOJYAHKE, WM BACKYJIUT C
mopaxkeHueM KPYIHBIX apTepuil, Hampumep, apTepUuuT
Takasicy, TOTOMY MallMEHTOB C pAHHUM WHCYJIHTOM OOBIYU-
HO HAnpaBJsIOT Ha KOHCYJIbTAIMIO K peBMatosiory. B mpes-
CTaBJIEHHBIX IBYX HAOMIONEHMSIX 3amoJ03pHUTh 0O0JIe3Hb
®abpu ObLIO CIO0XKHO, XOTS Pa3BUTHE UHCYJIBTa B MOJIOAOM
BO3pacTe y POAHBIX CECTEP MO3BOJSIO IyMaTh O Haciej-
CTBEHHOM 3a00JIeBaHUU.

[vnarHos 6oneszHu Pabpu

O0cyxnarh auarHo3 6oje3Hn Pabpu y B3pOCIOro MmaiueH-

Ta HEOOXOIMMO B CIIEMYIOIIMX CIydasax:

e HeOousblIasi MPOTEMHYPUS M HapacTaloliee yXyalleHue
dbyHKUIMM TIOYEK;

* TUnepTpodUsI MMOKApAa HESCHOTO MPOUCXOXISHMUS;

* UHCYJIbT WIM TPAaH3UTOpHAs MIIEeMHUYEcKasi aTaka B
MOJIOIOM BO3pacTe;

* HayaJio 3a00JIeBaHMsI B IETCKOM WJIM TIOPOCTKOBOM BO3-
pacre;

° paHHME CUMIITOMBI (HeiiporaTuyeckas 00Jb, SIMTU30bI
Ooseil B cycTaBax, B TOM UHMCJIE€ COTPOBOXAAIOLINUXCS
JIMXOPAJKON, aHTMOKepaTOMbl, BODOHKOBUIHASI KepaTo-
naTus);

* CHUCTEMHOCTb TMOpaxkeHus (MMOYKHU, Cepille, HepBHas
cucreMa, Koxa | IIp.);

* Hajnuuue 3a00J1eBaHMS Y POJICTBEHHUKOB.

Ipu Gonesnu Mabpu MoryT HaOMOAATHCS U APYrUe
6osee penkue npospiacHus. Hanpumep, Mbl Habmonamm 48-
JIETHETO MYXUYUHY C TIOATBEPKICHHBIM TMAaTHO30M, Y KOTO-
poro c¢ 19 jer moMuMO HapyllleHUH MOTOOTAEIECHUS
oTMeyvasach Tsokenas JuMmdbeneMa HUXHUX KOHEYHOCTEH
(puc. 5).

Iy moaTBepKAeHUs AuarHosa 6onesnu Pabdbpu ompene-
JISIIOT aKTUBHOCTb «.-TaJaKTO3MJa3bl A B IUlazMe WK
JIEMKOIMTAaX KPOBU C TIOMOIIBIO MacC-CIEKTPOMETPUMN.
AJbTEpHATUBON MOXET OBbITh MCCIIEIOBAaHUE BBICYIIEHHBIX
Kameiab KPOBU Ha CMELUATbHBIX OJlaHKaX, KOTOPbIE MOTYT
XPaHUTbCS B TEUEHUE UIMTELHOTO BPEMEHU, TO3TOMY UX
MOXHO OTIPAaBUTh B JIA0OPATOPUIO IO MouTe. JInmarHos mom-
TBEPXKAAIOT MyTeM TeHOTUIMPOBAHUS TeHa o.-TaJaKTo3uaa-
36l A. Y MyXXUMH CHMKEHHAs! aKTUBHOCTD O.-TaJIAKTO3U1a3bI
A sgBisercs O0CTaTOYHO HMHGOPMATUBHBIM TPHU3HAKOM
6one3nn Dabpu ¥ MOXET HMCIOJb30BaThCSl B KauyecTBe
CKpUHMHTOBOTO TecTa. OmHAKO y TpPeTHW XKEHIIWH C
60Je3HbI0 Dabpu aKTUBHOCTH 3TOro (hepMeHTa OCTAeTCs
HOPMAaJIbHOM, MO3TOMY HaIeXKHO UCKIIOYUThH MWW TONTBEP-
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JNIEKUMA

Puc. 5. JlumeaeMa HUXKHUX KOHeUHOCTeN Yy 48-neTHero nauu-
eHTa ¢ 6onesHbio Pabpu

JIITDH TAATHO3 TTO3BOJISIET TOJNBKO TeHeTHYeCKuii TecT [16]. B
nocjaeHUe TObl ¢ TUATHOCTUYECKON LIeNbI0 OTMpenesioT
TaKXe YpoBeHb riioborpuaosuichuHrosnna (mso-Gl3). B
MockBe Bce HEOOXOIMMBIE MCCIEAOBAHUSI MOIYT OBITh
BBIMOJTHEHBI B JlabopaTtopusx HalnnoHanibHOTO MeauIMH-
CKOTO HMCCJIEIOBATEIbCKOTrO LIEHTPa 3M0POBbS NeTeil UIu
Meanko-TeHeTMYeCKOro HayqYHoro IeHTpa.

3aknioueHue

Bosnesnp ®abpu — 3T0 peaxkoe HacaeNCTBEHHOE 3a00JieBa-
HUE, KOTOPOE YacTO OCTAeTCS HEAUArHOCTUPOBAHHBIM
BCJIEAICTBME HM3KOM OCBEIOMJIEHHOCTH Bpadeil. HekoTopbie
MpOsIBJIEHUs 00JIE3HU, B TOM UHUCJIe KOXHbIE BbICHIIAHUS,
HeWpomnarusi, CUCTEMHOCTb MOPaXEHUs BHYTPEHHUX Opra-
HOB, MOTYT UMUTHUPOBATh peBMaTUUecKue 3a00JieBaHUS.
BaxHoe 3HaueHue misg OMarHOoCTUKU OosiesHu PDabpu
MMEIOT TILATEIbHBIMA OMPOC MalUeHTa, B TOM YKUCJIe aHAINU3
CeMeHOro aHamMHe3a, MO3BOJISIIOIINI 3aM0f03PUTh HAIU-
yye HACJIEICTBEHHOTO 3a00/1eBaHUS.

1. Watts RA, Mahr A, Mohammad AlJ, et al. Classification, epidemiology and clini-
cal subgrouping of antineutrophil cytoplasmic antibody (ANCA)-associated vas-
culitis. Nephrol Dial Transplant 2015;30 Suppl 1:i14-22.

2. Schiffmann R, Hughes DA, Linthorst GE, et al. Screening, diagnosis, and man-
agement of patients with Fabry disease: conclusions from a “Kidney Disease:
Improving Global Outcomes” (KDIGO) Controversies Conference. Kidney Int

KNMHUYECKAA ®APMAKOJIOTUA U TEPANKA, 2018, 27 (1)

2017;91(2):284293.

3. Reisin R, Perrin A, Garcia-Pavia P. Time delays in the diagnosis and treatment of
Fabry disease. Int J Clin Pract. 2017 Jan;71(1). doi: 10.1111/ijcp.12914.

4. Moucees C.B., Hosukos I[1.U., ®omun B.B. Jleuenue 6oneznn Pabpu. Kinn
dapmakon tep 2016;25(4):63-70.

5. Moucees C.B., HoBukos I1.U., Bposko M.}O. u np. OtnajeHHbie pe3yyibTaThbl
depmeHTO3aMecTuTEIBHON Tepanuu npu GonesHn Padpu. Kz dapmakon tep
2015;24(3):34-40.

6. McDermott MF, Aksentijevich I, Galon J, et al. Germline mutations in the extra-
cellular domains of the 55 kDa TNF receptor, TNFRI, define a family of domi-
nantly inherited autoinflammatory syndromes. Cell 1999;97(1):133-44.

7. PameeB B.B., Kosnosckasi JI.B. AyroBocnanutenbHble 3a0osieBaHUs: 0OlIee
MOHSITHE, MEXaHM3Mbl Pa3BUTHs, KIMHUYECKAsl KaPTUHA, MOJAXOIBI K JICYCHHIO.
Hedponorus 2012;16(2):49-63.

8. De Francesco PN, Mucci J M, Ceci R, et al. Fabry disease peripheral blood
immune cells release inflammatory cytokines: role of globotriaosylceramide. Mol
Genet Metab 2013;109:93—9.

9. Rozenfeld P, Feriozzi S. Contribution of inflammatory pathways to Fabry disease
pathogenesis. Mol Genet Metab 2017;122(3):19-27.

10. Chen KH, Chien Y, Wang KL, et al. Evaluation of proinflammatory prognostic
biomarkers for Fabry cardiomyopathy with enzyme replacement therapy. Can J
Cardiol 2016;32:1221.e1-1221.¢9

11. Moucees C.B., Mepumna E.A., B.E. Cunuusia u 1p. MarHutHo-pe3oHaHCHast
ToMorpadusi B JUAarHOCTHKe IopaxeHust cepaua npu 6osnesnn Padpu. Kimn
dapmakon tep 2017;26(3):13-20.

12. Manna R, Cauda R, Feriozzi S, et al. Recommendations for the inclusion of
Fabry disease as a rare febrile condition in existing algorithms for fever of
unknown origin. Intern Emerg Med 2017;12(7):1059-67.

13. Verrecchia E, Zampetti A, Antuzzi D, et al. The impact of fever/hyperthermia in
the diagnosis of Fabry: A retrospective analysis. Eur J Intern Med 2016;32:26-30.

14. Moucee C.B., HamazoBa-bapanosa JI.C., CaBoctesinoB K.B. u np. Pacnpo-
CTPAHEHHOCTb U KJIMHUYECKHE MposiBieHust 6oe3Hn Pabpu y AManu3HbIX Maiu-
entoB. Kimn dapmakon tep 2017;26(2):27-33.

15. Sims K, Politei J, Banikazemi M, Lee P. Stroke in Fabry disease frequently occurs
before diagnosis and in the absence of other clinical events: natural history data
from the Fabry Registry. Stroke 2009;40(3):788-94.

16. Linthorst G, Vedder A, Aerts J, Hollak C. Screening for Fabry disease using whole
blood spots fails to identify one-third of female carriers. Clin Chim Acta
2005;353:201-3.

Fabry disease in rheumatology practice

S.V. Moiseev, P.I. Novikov, N.M. Bulanov, A.S. Moiseev,
E.A. Karovaikina, V.V. Fomin

Fabry disease is a rare X-linked storage disease resulting from
the deficient activity of the lysosomal a-galactosidase A and
leading to a progressive accumulation of glycosphingolipids in
a wide range of cell types throughout the body. First symp-
toms of Fabry disease, e.g. neuropathic pain, angiokeratoma,
gastrointestinal disorders, hypohidrosis /anhidrosis, are usu-
ally present from childhood or adolescence. Unfavorable out-
comes of Fabry disase are related to renal, cardiac and
cerebrovascular disease that develops by the second to fourth
decades of life. Awareness of physicians, including rheuma-
tologists, is essential for diagnosis and timely enzyme
replacement therapy.

Key words. Fabry disease, angiokeratoma, neuropathic
pain, fever, diagnosis.
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