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AHHOTaums

boaesHb Mabpr—AHAepceHa — reHeTUUYeCcKr 00yCAOBAEHHOE NPOrpeccupytoLiee 3a60AeBaHME, OTHOCSILLEECS] K AM30COMAAbHbBIM BOAE3HSIM HAKOM-
AEHUSI, CLEMAEHHOE C X-XPOMOCOMOM, XapaKTepusyeTcs HapyleHnem obMeHa AMKOC(MHIOAMIIMAOB BCAEACTBME HEAOCTATOYHOCTM UAM OTCYT-
CTBUSI (pepMeHTa a-ranakTo3mnaasbl A. boaesnb Mabpu IBASIETCS MYABTUCUCTEMHBIM 3a00AEBAHUEM M XapPaAKTEPU3YETCS MOPAKEHUEM XKUIHEHHO
BaXXHbIX OPraHOB — MOYEK, CEPALIA, FOAOBHOIO MO3ra C BO3HUKHOBEHWEM OCAOXKHEHMI, Bbi3bIBAIOIMX HEOAArONPUSTHLIM NPOrHo3. B natoreHese
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SIBASIOTCS KAMHUYECKME NPOSIBAEHUSI B BUAE apTPAATUIA, NMOBbILWEHMS TEMMEPATYPbl, MOPAKEHWUI KOXKM, KOTOPblE UMUTUPYIOT PEBMATOAOTMUYECKHE
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41O NOTPeboBaAO AU PEPEHUIMAABHOM AUATHOCTUKM C PEBMATOAOTMHUECKMMM 3a00AE€BaHMUAMMU. PEBMATOAOIM — CMELIMAAUCTI, BOBAEUEHHbIE B
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Multisystem lesions in orphan diseases: rheumatological aspects of Fabry's disease. Case report
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Abstract

Fabry—Andersen disease is a genetically determined, progressive disease related to lysosomal storage diseases, linked to the X chromosome,
characterized by impaired glycosphingolipid metabolism, due to the deficiency or absence of the enzyme a-galactosidase A. Fabry disease is
a multisystem disease and is characterized by damage to vital organs — kidneys, heart, brain, with the occurrence of complications that cause
an unfavorable prognosis. Autoinflammation mechanisms with signs of chronic inflammation are involved in the pathogenesis of the disease.
One of the features of Fabry disease are clinical manifestations in the form of arthralgia, fever, skin lesions, which are similar to rheumatological
diseases. The article presents a clinical observation of the classical type of Fabry disease with multiple organ manifestation, which required
differential diagnosis with rheumatological diseases. Rheumatologists are specialists who are involved in the early diagnosis of Fabry disease, so
they should have a high awareness of this sphingolipidosis.
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BeeaeHune

Hacnencrennbiit cdunronumupos Gabpu-Anaepcena ot-
HOCKUTCA K OpQaHHBIM TM30COMAIbHBIM OOTIE3HAM HAKOILIe-
HyA. ONMMCaHHBIN IBYMSA YYeHBIMU-/IepMaToIoraMu AHpepce-
HoM 11 Pabpu B 1898 T., OH XapakTepusyeTcs X-CLeI/IEHHBIM
TUIIOM HAac/IefloBaHMsA, TeTePOT€HHOCTbI0 M MY/IbTUCTEMHO-
CTBIO IOPaXKEHMU:A, YTO TpeOyeT BOBJIEYEHNS B AMATHOCTUKY
3a60/1eBaHMsI MHOTYIX CIIEL[Ma/IMCTOB, B TOM 4IC/Ie PEBMATOJO-
roB [1]. Hemaso Hay4HbIX MCCTIEOBAHII OMMCHIBAIOT HA/IMYME
y maumeHToB ¢ 607e3HbI0 Pabpu (5P) cKenmeTHO-MbILIEYHbIX
6oreil, KOTOpble VMUTHMPYIOT aKpOIlapecTe3suM BCIIEfCTBUE
OT/IOKeHNsA COUHTOMUINAOB B IepudepudecKux HEePBHBIX
okoH4aHMsAX [2, 3]. Hapyuienne merabommsma cUHTOMMIN-
TOB CBA3aHO C MyTrauueii reHa GLA u HapylleHMeM CUHTe3a
¢depmenTa a-ranakTosugassl (a-Gal A), koTopas Hy>KHa I UX
pacuienienust [4]. B pesynbprarte HeJOCTATOYHON BBIPAOOTKMU
a-Gal A B opraHax 1 TKaHAX HaKaIUIMBAIOTCA IPOLYKTBI 00-
MeHa B BMJie II0O0TPMA03WILePaMIUIOB, KOTOPbIE aKKYMY/IM-
PYIOTCA B COCYAVICTOM 3HAOTENNMU, KOXKe, ITTaJKOMBIIIEYHbIX
K/IeTKaX, HeBPa/JbHBIX KJIETKaX FOJIOBHOIO MO3ra, TaHITIMAX,
HOJOLUTAX MOYeK, ME3aHIMA/IbHBIX U KaHA/IbLEBBIX KIETKaX,
CeplevYHOl MblIIe U K/IeTKaX IIPOBOAALIEN CUCTEMBI Cepla.
StuM u 006yCI0BIeHa [IOIMOPTaHHOCTD HOpaXKeHus npu b,
IIpY 3TOM IIpeBaMpOBaHMe KINHNYECKOTO CHHPOMA WK Jie-
OI0T IIOpaXKEHMA 3aBUCAT OT HA/IMYM ONIpefie/IeHHON My Talluy
reHa GLA, o6ycnoBnuBarolLeil mpeobmafaromnuii peHOTHI pas-
BUTHUS KapTUHBL 3aboneBanus [5, 6]. XapakTepHbIMI HpOsIB-
JIEHVSIMUL SIBJISIFOTCSL TTOP@XKEHVsI )KM3HEHHO BaXKHBIX OPTaHOB:
HOYeK, CepAL}a, TOJIOBHOTO MO3I'a, XapaKTepM3yIolye TSHKeCTb U
nporuos cunrmmmmaosa [7]. KocTHO-MbllIedHble CMMITOMBI
B BIUJIe apTPasIuil, aKkporapecTes3nit, TMXOPafKN, COCYAMNCTBIX
PaccTpoiicTB IO TUIY CHMHApPOMa PelfHO, IOpa’keHNsA KOXI B
Bufie CrennrIecKux aHIMOKEPaToM, IIOPaKeHNue MOoYeK, Ha-
NM4Me BUXPEBUIHOI KepaToIlaTuMy YBOIZMT Bpadeil oOIero
3BeHa B CTOPOHY ITOMCKa CYCTEMHBIX MIMMYHOBOCIIA/TUTETbHBIX
3ab0/meBaHMI, 0COOEHHO y AeTell U MOfPOCTKOB, YTO YIIMHA-
€T «OKHO BO3MOXXHOCTei1» Jjisi CBOEBPEMEHHOIT [UATHOCTUKIA
B® mo 10-15 neT u mpMBOAUT K HeoOpaTUMbIM McxomaM [8].
9TO CTUMYMPYET FeHETUKOB U KIMHNYECKUX UCCTIefOBaTeNel
[IPOBOAWUTH PaHHUII CKpMHMHT Ha B® marueHTOB M3 rpymm
CEMENTHOIO PUCKa, a TAK)Ke HAXOAIINXCA Ha 3aMeCTUTENbHOMN
MOYeYHOlI Tepammy, C TUMepTPOoPUIecKoil KapAMOMIOIIaTHel
U MHCY/IbTaM# y MOJIOABIX HaleHToB [9]. B mpakrtuky BHe-
ApsieTCst HeOHATa/IbHbIN CKpuHUHT Ha B [10, 11]. Ecin panee
CUNUTA/IOCh, YTO BCe KIMHUYECKMEe MpOsBICHNUs O00YCIOBIIe-
HbI TOTIBKO HAaKOIUIeHNeM CyOcTpara 1 BbI3bIBaeMbIM UM (u-
Opo30M OpraHoB U TKaHell, TO B HAcTOsllee BpeMs [HOKasaHa
pOJIb ayTOBOCHA/IEHNUs B HPOrPECCHPOBAHMM KIMHIYECKMX
nposiBnennit @ [12]. Hakorrenne rmmnkocuHTONUNULOB B
COCYAVICTOM SHOTENMNM BbI3BIBAET aKTMBAIMIO XPOHUYECKO-
rO BOCIAJIeHNs B BUJE OKCUAATMBHOTO CTPECCa, IIOBBIIIEHME
3-HUTPOTMPO3MHA KaK MapKepa BaCKy/IOIaTUN, YTO IPUBOLUT
K mponudepalyuy SHAOTENNU:A, IOBBILIEHNIO TpaHCHOPMUPY-
fomjero ¢akTopa pocra P, IpeBpallleHMI0 Me3eHXMMaTbHBIX
K/IeTOK B (pu6po3Hble M POPMMUPOBAHNIO TOTA/IBHOTO MHTEP-
cTunmanbHoro ¢pu6bposa. ITo BbI3BIBAET HOBbILIEHNE OCTPO-
($a3oBBIX MapKepOB BOCHAJIEHNUS — BBICOKOYYBCTBUTENTBHOTO
C-peaktusHoro 6enka (CPB), mpoBocIanuTeNbHbIX LIUTOKM-
HOB IIPY OTCYTCTBUM MOATBEP>KAAOLINX OpraHocenudec-
K1x ayToanTuten. Kpome roro, b® ceityac paccmarpusaior Kak
ayTOBOCIIA/IUTE/IbHBIIN CUHAPOM C KPYONMPUH3aBUCUMBIM Me-
XaHM3MOM IIaTOTeHe3a, B OCHOBE KOTOPOTO JIEKUT BbIpaboTKa
uH}IaMMacoM. OTO IPUBOAUT K BbIPAOOTKe KacKaja LIUTOKM-
HOB BOCIIa/IeHNs — MHTeP/IeVIKNHOB-1[, 6, 8, pakTopa Hekposa
OIYXOJIM O, BEIPAOOTKA KOTOPBIX YBEINUMBAETCS C TEYEHUEM
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BpeMeHM, BBI3bIBasAd HeoOpaTMMble M3MEHEHVS CO CTOPOHBI
JKM3HEHHO BOXHBIX OPraHOB 1 cucTeM [13, 14].

PeBmaronorndecknmu «Mackamm» b® mMoryT 6bITh TaKe
MMMYHOBOCIIQ/INTe/IbHbIE CUCTEMHbIE 3a00IeBaHNs, KaK CH-
CTeMHbIe BacCKYINUTHI, CCTeMHas KpacHas BomvaHka (CKB),
IOBEHIIBHBI VMAMONATUYEKNiT apTput, Oonesup Crura,
oCTpast ¥ XpOHMYeCKasi peBMaTndecKasi 00/Ie3Hb CepALA, PeB-
Matmyeckas momumuanrus u gp. [15]. OCHOBHBIM MeTOZOM
nedeHus: b® sBnseTcs HoXKM3HeHHAs epMeHT-3aMeCTUTeNb-
Has tepamus (O3T) arancugasoit o wnn P, faroras MOIOXKM-
Te/IbHBII OTBET NpPeXJie BCEro Ha perpecc HeBpOIOTMYecKIxX
IpOABJICHNIT B BUME YMEHbIIEHNS MHTEHCUMBHOCTYM aKpOIla-
pecTesmit ¥ CKeleTHO-MBILIEYHBIX CMMIITOMOB, a TAaKXKe 3a-
MeJIJIeHVST IPOTPECCUPOBAHNS XPOHMYECKOIT 6OIEe3HN MTOYeK
(XBII) [16-18].

Ilenp — onmcaHue cry4as MO3AHEN OMATHOCTUKY KIacCH-
4YecKoro BapuaHTa b® y My>K4MHBI C TMXOPaAKOIL, HOMMOPTaH-
HOCTBIO IIOPKEHNMs MOYEK, CEPALA, KOXU, IepudeprdecKoi
HEPBHOI CUCTEMBI B BIJIE KTy 4MX aKPOIIAPECTE3UIA, apTPA/ITIiL
I71S1 IpUBJIeYeH) s BHMMAHNA Bpadell pasHbIX CllelManbHOCTeI!
K IpobJieMe peBMaTONIOIMIECKX TIPOSIBIIEHNIT Op(aHHOTO 3a-
6onepanns BO.

IMTanuent b.,28 ne1, rocnnTanusnpoBaH B TepaleBTUYECKOe
ornenerne HAO «HUM kappuonoruu um BHyTPeHHUX 6omes-
Hetl» Pecy6nmku KasaxcraH ¢ HogospeHneM Ha CUCTEMHOE 3a-
6orneBanne ¢ npegBapurenbHbM fguarnosom: XBIT G4A3 (cko-
pocTb xiyboukoBoit punbrpaunu — CK® 25 mn/mun/1,73 m?
no EPI). Hebpurnaecknit cuappom. IIpenpspisin )xanobs! Ha
Hotolye 60/ B KPYIHBIX U MEJIKUX CyCTaBax 6e3 XpOHOPUT-
MOB, 6€3 yTpeHHell CKOBAHHOCTM, IIPU OTCYTCTBUM WX IIPU-
IyXaHuA, IOKpacHeHMUs OOIaCTM CYCTaBOB, IEPUOAMYECKIe
HOfbeMbl TeMIlepaTyphbl Kaxkzable 1-2 Hep mo 38-39°C, mpoxo-
IAIIVE CAMOCTOSTEIbHO, MOKEHNE B KUCTAX U CTOMNAX, MEe/IKOTO-
JeuHble BBICHINIAHMS HA KOXKe TY/IOBHUINA, Oefep 1 XKUBOTa 6e3
3y#a, 60/ B MBIIIIAX IJIEYEBOTO MOCA, BEPXHUX M HYDKHUX
KOHEYHOCTell, KOMolye 1 Hooupe 60/ B 06macTu ceppua,
He CBsI3aHHbIE C QU3MYECKOIT HATPYy3KOiL, C1aboCTb, TOXyHeHNEe
Ha 7 KI' 3a TIOCNIefiHMe 6 MeC, CHIDKEHMe paboTOCIIOCOOHOCTI.
W3 anaMHe3a )KM3HM BBIACHEHO, 9TO B 2019 I. BO BpeM: HaX0xX-
[eHUs B PailOHHOM GOJIbHMUIIE [0 IIOBOLY aNeHANINTA BIIep-
BbI€ BBISIB/IEHBI M3MEHEHMsSI CO CTOPOHBI O0II[ero aHam3a Kpo-
Bu (OAK), obmero ananmmsa moun (OAM) 1 OMOXMMUYECKUX
nokasareneit. OAK: tpom6ounter - 109x10°/1, OAM: 6emmok —
0,5 r/71, cyTouHast moreps 6enka — 1,3 r, spurpounts — 10-11
B I1/3p, 061mii 6e/ok — 58 r/71, MoueBMHa — 14,9 MMOB/TI, Kpe-
aTuHMH - 305 MKMOJb/M, X0onectepuH — 3,2 Mmonb/n. Ha go-
TOCIIUTA/IbHOM YPOBHE BBICTaB/IeH AMATHO3: ITIOMEpPY/IsApHas
6071e3Hb OYeK, HeppuTrdecknit cuHppom. XBIT 4.

BeisiBeHBI ipyriie 0COOEHHOCTY aHaMHe3a 3a00/IeBaHIsI 1
JKU3HU: C 6-JIeTHETO BO3PacTa MOSABIINCH e[UHIYHbIE aHTUO-
KepaTOMbI B OKOJIOIIYIIOYHOII 06/IacTit, K 16 rofaM ChIIlb pac-
IPOCTPAHN/IACh Ha HOSICHUYHYIO 00/1aCTb, ATONMUIIBI, IAXOBYIO
obmacts. Hapsimy ¢ aHrmokeparoMamy HOSIBMICH GO XKIy-
4ero XxapaKTepa B KUCTAX U CTOIAX, 60N B KPYIIHBIX M METIKIX
CycTaBax, BO3HMKAIOIe IpU GUSMYECKON HATpy3Ke, a TaKxKe
IIpU HeOOBSICHIMBIX €XKeMeCSTYHbIX AMM30/aX TMXOPAIKI C I10-
BbIIlIEHVEM TeMIIepaTypbl Tena 1o 38-39°C.

[Tpu TIIaTeIBHOM paccIpoce MAlYeHTa BBLACHEHO, YTO OH
IUIOXO TePeHOCUT >Kapy M IpaKTHuecky He noreerT. IlanueHT
B TedeHye 10 JieT pery/sipHo mpy 60/IsIX B CYCTaBaXx, MBIIIIIAX,
XTy4Mx OGOJIAX B KUCTSX ¥ CTOIIAX, TOJIOBHOI 6O/M, /I CHU-
JKeHIA TeMIIepaTypbl IPUHIMAJ IPeVMYILeCTBEHHO KeTOIIPO-
(eH 1 gpyrue HecTepoOUAHbIE IPOTVBOBOCIANNTEIbHBIE IIpe-
mapatel — HIIBIT (guxnodenax, nugomeranys, nbynpodes,
HuMecymma). Ilpu sToMm k BpadaM He obpaiancsa u He obcie-
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moBacs. VI3 ceMelfHOTO aHaMHe3a U3BECTHO, YTO POJHOIL Opat
UMeeT CXONHYI0 KIMHUYECKYI0 KapTUHY, a CeCTpa MMeeT MMU-
HUMaJIbHble KIMHIYeCKMe NIPOSAB/IEHNA B BUJie aHTMIOKepaToM,
aKporapecTesnit. MaMa IanmeHTa KIMHNYECKM ObIIa 3J0poBa.
C uenbio Bepudukanym fuar€osa 60IbHOM TOCIUTAINUPO-
BaH B HAO «HVM kapamonorum u BHyTpeHHMX O0/e3Hei».

ITpu ocMoTpe obpaiana Ha ce6sA BHMMAaHUE CBIIb «IICEB-
JOreMOppParn4eckoro» XxapakTepa Ha KO>Ke HYDKHel II0/IOBUHBI
TY/IOBMILA, BOKPYT ITyIIKa, IaxoBoit obmacty (puc. 1). dkccyna-
TUBHBIX IBJICHIII B CyCTaBaX He HAO/IIOAIOC, IPY Ma/IbIIALUN
VI [IpY ABVDKEHUM CYCTaBbl 6€300/1e3HEHHBI, MBIIIIIBI II/TI€4eBO-
TO M Ta30BOTO I05ICOB 6e360/Ie3HEHHBI PV Ma/IbIIALINN, TUM-
¢arudeckue y3isl He yBemudeHbl JKMBOT MSTKWIT IPY Hajb-
manuy, nev4eHb, celle3eHKa He yBeaudeHbl. O6/macTb modek He
M3MeHeHa, aJIbIIAIMA B TPOEKLMY MoYek 6e300/Ie3HeHHa.

Ha rocimrabHOM ypoBHE 06C/Ie[OBaH.

OAK: spurponuts 2,95x10%/n, TpOoMOOLUTHL —
123x10°/n, nenkountsl — 3,2x10°/71, 11BETOBON IIOKa3aTelb —
0,71, CKOPOCTb OCEIaHUSA SPUTPOLNUTOB — 13 MM/u.

Broxummdeckuit aHanus Kposu: obumit 6enok — 57 1/,
ampbyMuH — 23 /71, xomecTepuH - 3,04 MMOIb/N, Kpearu-
HUH - 342,65 MMO/Ib//, MOYeBMHA — 23,85 MMOJIb/M, Kanui —
4,9 MMO7B/ .

OAM: 1BeT — CBETNIO-XKENThIN, IPO3PAYHOCTh — IO/HAL,
ymenbHbI Bec — 1010, peakuus — 5,0, 6enox — 0,96 1/, neriko-
uuthl — 0-1 B 11/3p, spurpountst — 10-11 B 11/3p, UMIMHAPDI —
0-1 B 11/3p.

CyTouHas npoTeuHypus B Mode — 1,693 r/cyT.

VIMMyHOQepMeHTHDII aHalIM3 Ha ayTOMMYHHbIE aHTHU-
Te/la: OIpefe/ieHNe AHTUHENTPO(UIbHBIX I[UTOIIA3MATH-
gyecknx uMMyHorno6ymmuos(Ig)G (AHIJA) - 0,17 (N-1); an-
TUTENIA K MMENONEPOKCHla3e — OTPULATENbHO, aHTUTENA K
IpOTeMHa3e 3 — OTPULATENIbHO, ONpPENE/IEHNE AHTUHYKIeap-
HBIX ayTOAHTUTE B CBIBOPOTKE KPOBM MMMYHOGEPMEHTHBIM
MertozioM — 0,42 (N-1); ompepenieHne aHTUTeN K ABYCIMPAb-
Holt (HemeHaTypupoBanHoit) [JHK - 3,77 (N-25); antutena
6asanbHOIl MeMOpaHe KIyOOUKOB IIOYEeK — He OOHAapy>KeHbI;
C3 - 1,2 r/n (N), C4 - 0,2 r/n (N), peBmaTougHsiit pakrop —
5 Ell/mn (N), aHTUTeNa K [UKINYECKOMY IUTPY/UIMHCOfepKa-
[eMy NeNTHUAY — OTpULaTeNbHO, Gepputut — 53,6 Mxr/n (N),
BbICOKOUYBCTBUTeNbHbIT CPB - 1,2 Mr/n (N), HOBEpXHOCTHBII
aHTUT€H BUPYCHOTO TelaTUT B — oTpuuaTenbHo.

VnbTpasByKoBOe UCC/IefoBaHMe TTOYeK: IpaBast I0YKa pas-
MepoM 9,3x3,7 cM; TONIIVHA TaPEHXMMBI — HEOJHOP O/ HAA, T10-
BBILIEHHOJ 3XoreHHocTy. JleBas mouka pasmepom 9,5x4,2 cm;
TOJIIMHA TTAPEHXMMBI — IOBBIIIEHHON 3XOTeHHOCTH. Jamrey-
Ho-nmoxaHoyHas cucteMa (YJIC) - rumepaxoreHHble BKITIOUe-
Hust B YIC ¢ 06enx cTopoH.

3aK/Io4eHne: OTCyTCTBYE HuddepeHIMalny NapeHXNMbI —
YJIC. IToBbllIeHNe SXOT€HHOCTH TaPEeHXMMbI 00eUX MOYeK.

OdrraspMosOr: NIPU3HAKOB BUXPEBUIHOI KepaToOIaTiy He
06HapyKeHO.

Ha snexrpokappuorpamme (9KI'): cuHycOBbIil pUTM ¢ Ya-
CTOTON CepHeYHBIX COKpallleHuit 90/MMH; NpU3HAKM TUIIEp-
Tpodum nesoro xenynouka (JIK); puc. 2.

Oxokappuorpaduyeckoe UCCIefOBaHNIEe BBIABIIO CYIIeC-
TBeHHbIe M3MEHEHUsd, XapakTepHble g B®: rumeprpodus
JOK, Tommuua sapneit crenku JDK B mmacromy cocTaBmia
13 MM, TONMIIMHA MEXOKETyJOIKOBOM IIePErOPONKU B JMACTO-
1y - 13 MM, MHAEKC Maccel MUOKapaa — 127 r/m?* (puc. 3). Iimo-
6anpHas cokparumoctb JDK coxpaneHa (ppakiys Bbibpoca 1o
Simpson - 60%), OTCYyTCTBYIOT HapyILeHNs JIOKaIbHOII COKpa-
TUMOCTV U TIPU3HAKU JMACTONNYECKON AUCHYHKINU SKey-
TOYKOB; KPYTIHbIE COCY/IbI, K/IAaIIAHHbIN aInapar U IepuKapy, —
6e3 ocobeHHoCTell. JJaHHbIE [JOIIIEPOBCKON Kapauorpadum:
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Puc. 1. AHrMoKepaTOMbl Ha KOXKe MepeAHei GproHOM
CTEHKM, B OKOAOMYMOYHOH 00AacTH y naumeHta b.

Fig. 1. Angiokeratoma on the skin of anterior abdominal
wall in the paraumbilical area in patient B.

Prc. 2. IKI 60AbHOrO b.: CMHYCOBbIN PUTM C YaCTOTOM
cepAeUHbIx cokpatueHuit 90/MuH. V2-V6, npusHaku
runeprpodum muokapaa AX. Mutepsaasl PQ — 0,13 ¢,
QRS -0,06c, QT-10,36 c.

Fig. 2. ECG of Patient B.: sinus rhythm with a heart rate
of 90/min. V2-V6, signs of left ventricular hypertrophy.
Intervals PQ 0.13 seconds, QRS — 0.06 seconds,

QT - 0.36 seconds.

Puc. 3. TpaHcTopakaAbHasi 3xokapanorpacpus 60AbHOrO b.:
runeprpocpus crenkn AXK.

Fig. 3. Transthoracic echocardiography of Patient B.:
left ventricular hypertrophy.

MUTpanbHasl peryprutanys 1-il cTeneHy, TPUKYCHMAANbHAS
perypruraums 1-it crenenn. [laBieHne B JIETOYHON apTepun
He u3MeHeHo (17 MM pr. ct.). [Ipu npoBexeHny uccienoBaHms
obpaiaa Ha cebsi BHUMAaHNe [OBBIIIEHHAsT 9XOT€HHOCTD MM-
okappa (cm. puc. 3).

ITpu xonrepoBckom MonutopupoBanuu JKI' BbisBIeHBI B
He6O/IbIIOM KOMMYECTBE IpefcepAHble 9KCTPACUCTONbL, @ 10
JBAQHHBIM CYTOYHOTO MOHWTOPVPOBAHUS apTEPUaIbHOTO [aB-
7eHusi He OGHAPYXXEHO JAHHBIX O HAJIMYUM IUIIEPTEH3UBHO-
ro cocrosiHus. C y4eToM KIMHMKO-TabOpPaTOPHON KapTUHBI
3amofo3peHa B®, u BBUAY MYIBTMOPraHHOCTM ITOPaKEHUs
nposopmnace and¢epeHnMaNbHAsS AMATHOCTUKA C CUCTEM-
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HbeiMu Backymmramu, CKB u gpyrrmu ayToBOCIamnTeIbHBIMMU
cuHppoMaMu. Ilo pesymbraraM MOJIEKY/LIPHO-T€HETHIECKO-
ro 1 (epMEHTHOTO aHaIM30B KPOBU METOJOM CYXOTO ILATHA
IVMarHOCTMPOBAHO CHIDKeHMe akTuBHOCTM a-Gal A<0,8 Mk-
Monb/n/4 (Hopma 15,0 MKMOJB//I/9) M yBenn4eHne KOHIIEH-
Tpauun rroborpuasmichunrosuta lyso-Gb3 pmo 62 ur/mn
(nopma <1,8 Hr/MII), IpY MOJIEKY/IAPHO-TEHETUYECKOM MCCIIe-
TOBaHNM BbIABIEHa MyTalys B reHe GLA ¢ TOMUSUTOTHBIM HO-
cnrensctBoM [NM_000169.2:¢.679C>T (p.Arg227*)]. Ha ocno-
BaHNU KJIMHUKO-TA00PaTOPHBIX M MOJIEKY/IAPHO-TEeHE THYECKIX
UCCIIeROBaHMII BbIcTaBieH auarHo3: E 75.2 CouHromunuzpos.
b®, xmaccuyeckuil BapyaHT, BIIEpBbIe BBIABIEHHAA C MOpaXKe-
uueM nouek XBIT G4A3 (CK® 25 mu/muu/1,73 m?2), 60onesHb
KOXM (QaHTMOKepaTOMBI), ceppua (rumeprpodus Muokapma
JIK), 9K30KpMHHBIX Xene3 (ITMIOTMAPO3), TepudepuiecKoit
HEPBHOII crcTeMsl (mepudepnyeckast HEMPOIATIs, aKponapec-
Te3nn), MONVAPTPAITUY, MUAJITVN, JTMXOPAXOIHBIN CUHAPOM;
reHeTnyeckass myTanus B reie GLA [NM_000169.2:c.679C>T
(p.Arg227*)], cHmwkeHHasa akTMBHOCTb a-Gal A<0,8; maromo-
rM4yecKoe IOBBIIIEHMe KOHIeHTpauyy 6uomapkepa lyso-Gb3;
HIIBII-HedpomnaTus, r’MIOXpOMHas peHalbHas aHeMUs, BTO-
pudHas jeVikoneHus, pomboryronennsa. Hocurenem My TaHT-
HOTO TeHa AB/IsgeTcs MaMa IpobaHpa. ITo pesynbraTaM fanbHeli-
IIer0 CKPVMHMHIA Y Oparta 1 cecTpbl 0OHAPY)KEHBI [IaTOreHHbIE
myTauuu resa GLA.

TakuM 06pasom, y HmalMeHTa C MOMTMOPTaHHBIM IIOpaXKe-
HUEM IT0YeK, KOXM, CepALia, apTPaNITUsAMU, MUAITUAMIY, TUXO-
PafOYHBIM CHHAPOMOM, aKpOIAPeCTe3UsIMM KICTEel ¥ CTOII
IIpY OTCYTCTBUY MapKepOB BOCHA/IEHNUSI OCTPOIl (asbl U op-
raHOCIIelU(pUIECKNK aYTOAHTUTEN, MOMOXKUTETPHOM CeMeli-
HOM aHaMHe3e 3aIll0fo3peHa 1 auarHoctuposana b®, kmaccn-
yecknit BapyuanT. VHunuuposana ®3T arancupasoit a B gose
0,2 Mr/kr, Ha (OHe MPOBefeHMsI KOTOPOI dYepes 8 Hex HOpMa-
JIM30Ba/IaCh TEMIEPATYPa, HOSABWIUCH IIPU3HAKY IOIOKUTEIIb-
HOJI [UHAMMKM B BMJIe YMEHbIICHUA aKPOIIapecTesuit, apTpa-
U I MUAJITUI.

OO6cyxaeHne

PeBmaTomornyeckre MaHupecTanum M KOCTHO-MBILIEU-
Hble nposiBieHus b ommcaHbl MHOTMMU UCCIENOBATELAMU.
Tak, no gauusem O. Lidove n coasr., B® wacTo siBasiercs npu-
YIHOII CKEIeTHO-MBIIIEYHBIX CUMIITOMOB, Hanbosiee pacrpoc-
TpaHEeHHBIMU 13 KOTOPBIX SIBISIOTCS 60NN B KOHEYHOCTAX U
ocreonopos [19]. ITo ux Habmopennsm nanueHTsl ¢ BO crpa-
Ty aCeNTNYeCKMMY aBaCKY/IIPHBIMU HEKPO3aMU KOHEYHOC-
Tell, OCTEOIIOPOTUYECKIMM IIepeIoMaMl, TeHJOBAaIrMHUTaMIL.
YacTo naiueHTaM B je6i0Te BBICTAB/LINNCH cuHAPOM lllerpena
BBUJY CYXOCTM KOV U TMIIOTUJPO33, CUCTEMHOTO CK/Iepo3a 1
HepUOLIYecKoil 60/Ie3HN, peBMAaTIYeCKOIl TMXOPafKU U3-3a
Ha/IM4ys HOpaXKeH!sl KIAIIaHHOTO alIapara M IMIepTpodun
JIK. bpasunbckue yuenole N. Rosa Neto u coaBT. onuchiBa-
10T BBICOKYIO 4acTOTY PeBMATOTOIMYeCKNX MaHMpecTaluil B
6pasmabckoit koropre manyeHtoB [20]. OmnboyHbIe AUarHo-
3bI MMeTIM MecTO y 64,8% 6onbHbIX ¢ B, yale Bcero 31o 61K
peBMaTO/IOTMYeCK)e AVArHO3bl, CPelyl KOTOPBIX IPeBalnupo-
BaJIa peBMaTuyeckas nuxopaska. CpegHee BpeMst IIOCTAHOBKU
IIpaBU/IBHOTO AMarHo3a coctaBuno 16 nmet. Kpome toro, umu
6bUTO cHenaHO HabIIOfeHMe, ITO PEBMATONIOTMYECKIE IPO-
ABJIEHMS YacThl Yy NI ¢ KAaccudeckumy mMyTanyamu R118C
n A143T rena GLA. Ilo maHHBIM POCCHIICKMX MCCIeflOBaTe-
neit C.B. MouceeBa 1 COaBT., pEBMaTO/IOTUYECKUE «MACKI»
B® Habmogamuch y 26,8% u3 82 mcclefyeMbIX HallMEeHTOB C
B® u Bxmovanu: Backynutsl (7,3%), aprpur (6,1%), 60e3Hb
Paumro-Ocnepa (4,9%), peBMarndeckywo nuxopanky (4,9%),
CKB (3,7%), nepunopndeckyto 6ones3np (1,2%) [21]. R. James
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M COABT. ONMCBIBAIOT MHOTOYMC/IEHHbIE C/Iydyau MO3AHEN Au-
arHocTuku b® y pereli, mpoTekawolel IOf «MacKoi» IoBe-
HIJIBHOTO PEBMATONAHOro apTpuTa. OfHUM U3 XapaKTepPHbIX
COCYAMCTBIX paccTpoiicTB npu B ommceiBaoT nmuMdenemy,
00YC/IOBIEHHYI0 MOP(OIOrNYeCKNMY U3MEHEHISIMI SH0Te-
s muMdaTnIecKnx cocynos [18,22].

Omnucan ciyyaii couetanusa b® u rpanynemarosa c nomm-
arrnnroM nccrnenosarersivy H. Hanaoka n coasr. y simoHckoro
manuenTa [23]. R.Manna u coaBr. B 2017 I. IpeIOX MU BKTIO-
yuTh b® B aNrOpuTM AMATHOCTMKM TMUXOPASIKM HEACHOTO Te-
Hesa [24].

R. Cimaz u coaBT. IpoBenM UCCIEfOBaHNE MO OCBEIOM-
neHHOCTH 0 b cpefy peBMaTONOrOB 1 BLIABUIIN, YTO, HECMO-
TPs Ha YacTble peBMATONOTMYeCKIe IIPOABIeHN A NIPY JAHHOM
cuHromMIMK03e, 0CBESOMIEHHOCTD O COOTBETCTBYIOLIVIX M-
arHOCTMYECKIX TeCTaxX H3Ka. YTOOBI TOBBICUTD OCBEJOMIICH-
HOCTb PeBMATOJIOTOB O CKe/IeTHO-MBIIIEYHbIX acnekTax bd,
MeXAyHapopiHas paboyasi IpyIia IO CKeJTeTHO-MbIIIEYHbIM
HapyUIeHMAM IPOaHaAM3MPOBala MMEIOLIMECs 3HAHUA U
TIpeJ/IoKMIa aIrOPUTM AMArHOCTUKM b® mpum BbIpaskeHHOI
aKpoIapecTe3un jid MYIbTUCUCTEMHOJ KOMAaH/bl CIleIMa-
JNCTOB [25].

B mpepcraBleHHOM K/IMHUYECKOM CIydae CUCTEMHBIMU
npossnennsaMu b®, Tpebyrommmu nuddepeHantbHon au-
aTHOCTMKM C VMMYHOBOCIAMTEIbHBIMM pPeBMAaTHYECKNMU
3aboneBaHMAMY, ObIIM BCe MY/IBTMCHCTEMHBIE HPU3HAKM:
KOCTHO-MBIIIE€YHbIe CMIITOMBI B BUfI€ apTPaIrnil M MUAJITUI,
JIMXOPATOYHBI CHHAPOM B BUJIe PEry/LIPHBIX HePUOAMIECKUX
HO'beMOB TeMIIePaTyPbl, KO>KHbIE BBICBIIIAHNUA — AHTMOKEPATO-
MBI, UMUTHUPYIOIYieé TeMOPPAINYECKYIO ChIIIb, KOTOPYIO YacTO
NIPUIIMCHIBAIOT TeMOpparm4eckomy IgA-BackymuTy, mopaxe-
HIIe TI04YeK B Bufje HeppUTUUECKOTO CHH/POMA, HapaCTAIOIelt
nporeuHypun ¢ ucxogoM B XBII, KOHCTUTYLMOHANIbHOTO
CMHZIpOMA B BUJie TOXY/ieH!s, IOPaKeHNs Cepflia B BUfie TU-
neprpoduu JDK, KmanaHHO! MUTPATbHON M TPUKYCIUAAIb-
HOl peryprutauym 1-it cremeHu. Takasg IOIMOPraHHOCTD
nopaxenns: TpeboBana auddepeHIanbHON AMAarHOCTUKIY,
npexjie Bcero ¢ AHIJA-BackynuTamu, Ipu KOTOPBIX HOpa-
JKeHMe TOYeK AB/IAeTCA BeNyLIMM KpUTepueM AMAarHOCTUKI,
IgA-BacKynmuToM, ¢ MOJO3pEHNEM Ha TeMOPPAarn4ecKyio Chllb,
Y3€JIKOBBIIT TO/IMAPTEPUNT, IPU KOTOPOM HaOMIOfAI0TCs MUaTI-
UM, TUXOpajKa, NoXyfleHne, u, KoHeyno, ¢ CKB. B none 3pe-
HIISI ¥ KPA€YTONbHBIM KaMHEM JUAarHOCTHUKY OBUIO IIOpaKeHe
nouek, HabmOfjlaeMoe IIpM BCeX YKa3aHHBIX 3a00/IeBaHMAX.
OTcyTcTBUE NMOBBIIEHNA OCTPO(A30BLIX MapKepOB BOCIIale-
Hus, CPB, peBmaronpsoro ¢gakropa, pepputnHa, HOpManTbHast
¢dopmyna KpoBu, 6e3 CABUTOB JICIKOTPAMMBI BJIEBO, U3 OMO-
XMMUYECKMX OTKIOHEHUI — TO/NbKO IMOBBILIeHNE KpeaTHHIHA
10 342,65 MKMOJIb//T M MOYEBMHBI 70 23,85 MMOJIb/TT — BCE 3TO
BBI3bIBA/IO COMHEHUA B HAIMYMU MMMYHOBOCIA/INTEIbHO-
ro 3aboneBaHus. A OTCyTCTBME aHTHMHYKJIeapHOTrO (akTopa,
AHITA MeTOIOM HEIpsAMOI UMMYHO(IyOpeCIieHIINN, aHTUTETT
K IIpOTeNHa3e 3 U MUETIONEePOKCHIA3€e, AHTUTEN K IBYCIMpaIb-
Hoit JIHK, HoOpManbHBIX YPOBHEN KOMIIOHEHTOB KOMIIEMEHTA
C3, C4, HeuMeHNe B aHAMHe3e BUPYCHBIX TeIIaTUTOB ¥ IOBEpPX-
HOCTHOTO aHTWUI€Ha BUpPYca relaTuTa B B OTCyTCTBME MOpa-
JKEHUs JIETKUX, BCTpeyaeMbix npyu Bcex AHIIA-Backymurax,
TO/IVICEPO3UTOB, IIPUBE/IN HAC K 3aK/TIOYEHNI0 00 OTCYTCTBUM
cucremHoro Backynmura u CKB y maumenra. Mukporemary-
pusA, BO3MOXHO, 00yc/IoBIeHa perynsapHbiM npuemom HITBIT
B Te4eHJe JUINTEeTbHOTO BpPeMEeHM, YTO IPUBEIO K Pa3BUTUIO
HIIBII-Hedpomaruu. Hanmune KmaccuyecKux aHIMOKEPaTOM,
HnopaxeHne moyek, runeprpo¢us JDK y momoporo demosexa,
CeMelfHbIIl aHAMHEeCTUYECKMIT CKPMHYUHT IIPUBEIN Hac K MbIC-
M 0 HaIM4YMM y HaiyeHra opdaHHoro 3abonepanusa — BO,
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CASE REPORT

K/IaCCMYEeCKOTO BapMaHTa, KOTOpas IIOATBEp)KAEHAa TeHEeTH-
YeCKMM MCCIefOBaHueM, OOHapyXXeHUeM IaTOIOTMYeCKOil
myraunu NM_000169.2:c.679C>T (p.Arg227%), cHmxeHVeM
ypoBHs a-Gal A 1 HakorIeHyeM cybcTpara ro60Tpuaosue-
pamupa lyso-Gb3. Vnnmmarust @3 T arancnpasoit a us pacyera
0,2 MI/Kr IpuBena K MCYE3HOBEHUIO TMXOPAIKM U yMEHbIle-
HUIO VHTEHCUBHOCTM aKpOIIapecTe3mil, apTpanrnii, Muaarmi
y>Ke depes 8 Hef OT Havana nederns. Hasnadenne kap6amase-
IIMHA ¥ aHTUJEIPEeCCaHTOB TaK)Ke YMEHBIIVIO MY4MTeTbHbIE
aKpomapecresuu KOHe4HocTeil. ONMCaHHBIA KIMHUYECKMIt
CIy4alt MMeeT MpefUKTOpbl HebmaronpusaTHoro ucxosna BO ¢
yuetoM Hamuuys XBII 4, CKO 25 m1/MuH, HOBbILIEHN A MHTIEK-
ca maccel Myokappa JDK [26].

3akAloueHue

JIusocomanbHble 0ONE3HM HAKOIUIEHMS, OTHOCAIIMECS K
op¢aHHBIM 3260/I€BaHNAM, XapPaKTEPU3YIOTCS HOMMOPTaHHO-
CTbIO I MY/IbTUCUCTEMHOCTbIO IOPa’KEHUA BCECTBUE OT/IO-
JKEHUsI CyOCTpaToB OOMeHa COUHTOMUNMAOB BO BCEX Opra-
Hax U TKaHsax. OQHUMM U3 KIMHNYECKMX IIPU3HAKOB JebrTa
60/Ie3HN SBNIAIOTCS PEBMATOIOTMYECKVE KOCTHO-MbILIEYHbIE
IIpOABJIEHNS, JTMXOPafKa, AHIMOKEPaTOMBI, HAaIlOMUHAIOIIVE
reMapparn4ecKyro ChlIIlb, IpY 3TOM He IPOUCXOAUT OpraHmdec-
KOTO TIOPayKEeHNA U JIeCTPYKIUM CYCTABOB, a JaHHbIE IIPOsIBIIe-
HUA JIUIIb VMUTUPYIOT CYCTEMHBIE IIPOSABICHNA U SABIIAIOTCSA
peBMaronorndeckumu «mackamm» b®. Muoromukocts b® opn-
HYIMU 13 HePBBIX BOB/IEKaeT B OPOUTY JUATHOCTUKM PeBMaTo-
JIOTOB, YTO TpeOyeT OT HUX 0000t OCBETOMIEHHOCTHU 06 0CO-
6GEHHOCTSX KIMHUYECKOTo TedeHuss b® mist cBoeBpeMeHHOI
IOVarHOCTUKY 1 HasHayeHus O3T.

PackpbiTiie MHTEpPecOB. ABTODBI [IEKIAPUPYIOT OTCYT-
CTBIE SIBHBIX ¥ IIOTEHIMAIbHBIX KOH(INKTOB MHTEPECOB, CBS-
3aHHBIX C TyO/MUKaLVelt HACTOSIIEl CTaTbN.
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Cnmcok cokpaeHmii

AHIIA — aHTHHEHTPOQUIBHEIC IUTOIIa3MAaTHYECKUE aHTUTEIIA
BO — 6one3np Dabdpu

JIK — neBblii sxeinyouex

HIIBII — HecTepouaHbIi MPOTUBOBOCTIATUTENBHBINA Ipenapar
OAK — o0uit aHanu3s KpoBu

OAM - 001uii aHAJIN3 MOYH

CKB — cucteMHas KpacHast BOIYaHKa

CK® — ckopocTh KIIyOOUKOBO# (DHIBTpALIU

CPB — C-peakTHBHBIH 6el0K

3T — depmeHT-3aMeCTHTENbHAS TEPAIIUL
XBII — xpoHnueckast 601e3Hb II0YEK

YJIC — yameyHo-10XaHOYHAask CUCTEMa
OKI — anekTpokapanorpaMma

o-Gal A — a-ranakro3ugasa

Ig — uMmyHOTIIOOYITHH

lyso-Gb3 — rmoboTpuaszunchuHro3ut
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