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The article presents a clinical case of the minisymptomatic course of Fabry’s disease in pediatric practice in adolescent girl with
acroparesthesia, laboratory indicators of low glomerular filtration rate and positive family history of the underlying disease.
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osne3nb ®adbpu (6ose3Hb AHepcoHa-Dabpu, ne-

dunut anpda-ranakrosunassl, iuddy3Hast aHTU-

okepatoma, nepuuut GLA, OMIM 301500) —
penkoe X-clerieHHOe 3a001eBaHMe U3 TPYMIIbI JIM30-
COMHBIX 0OJIe3Hell HaKOIUIEHUS C IMOJUMOpPGHOM
KJIMHUYECKOM KapTUHOM, HecTIeIM(PUUHOCThIO pAHHUX
KJIMHUYECKUX MPOSIBICHUH, 1eOI0TUPYIOIIUX B Pa3Iny-
HbIE BO3PACTHbBIC MEPUOIbI, IPOrPECCUPYIOIIUM Tede-
HUEM U 3HAaYUTEIbHbIM COKpaIleHUEM MPOAOIXKUTEIb-
HOCTH XW3HU IPU OTCYTCTBUU CHIEHMMUIECKOTO Jieue-
HUSI. DTUOJOTUYECKUM (haKTOPOM OOJIE3HU SBISETCS
BPOXICHHBII NeDUIIUT Q-rajakTo3uaasbl A ¢ OTCYT-

CTBHMEM KaTaboJ13Ma NIMKOC(HUHTOIUITUIOB), KOTOPHIE,
HaKaIUIMBasiCh B JIU30COMaX, CIIOCOOCTBYIOT Pa3BUTHIO
JIN30COMHBIX U KJIETOYHBIX AUCGHYHKIIUIA, TPUBOISIIINX
K umemMuu u puobposy TkaHeil. 3aboaeBaHue BbI3bIBa-
eTcst MyTauusiMu B reHe GLA, koaupytoiieM ¢hepMeHT
Q-TaJakTo3uaa3y A M pacIioJIOXKEHHOM Ha JJIMHHOM
mieye xpomocoMhbl X (Xq22) [1—5]. B HacTos11ee Bpe-
Ms co3naHa MexayHapoaHas 6a3a MaHHBIX, COAepXKa-
mast onmcanue 3515 manmueHToB ¢ 6oJie3HbI0 Dabpu 1Mo
COCTOSIHMIO Ha stHBapb 2018 T.

3abosieBaHUE XapaKTepU3YeTCsl TTOpaXkKeHUEM KOXHU
B BMJIe aHTMOKEPAaTOM, aKpOMapecTe3ussMM, MHCYIbTa-
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MU U TPAH3UTOPHBIMU UIIEMUYECKUMU aTaKaMU B MOJIO-
JIOM BO3pacTe, TurnepTpodueil Muokapna, mpoTeuHypuen
U TIPOTPECCUPYIOLINM CHUXKEHUEM CKOPOCTHU KIyOOUKO-
BOI UAbTpaliuu, aOAOMUHAIBHBIM OOJIEBBIM CUHAPO-
MOM, TUTIOTUAPO30M, ITOpaKeHWEM OpraHa 3peHus (B BU-
JIe BUXPEBUIHOW KepaTOMaTUM 1 KaTapaKThbl, HAPYIIEHUEM
ciyxa (TuHHUTYC) [ 1—5]. Paznuuator 1Ba OCHOBHBIX (heHO-
TUIA 3a00J1eBaHusI: TUM 1 «KJIacCUUeCKUI» U TUIT 2 «I103/1-
HUi» [4,5].

s mmarHoCTUKY 00te3Hr Pabpu UCTTONB3YIOT OIpe-
JieJieHre aKTUBHOCTU (hepMeHTa alib(ha-raJakTo3uaa3bl B
KPOBU U CYXMX MSTHaX KPOBU, CEKBEHUPOBaHUE IK30-
HOB U NMPUIK30HHBIX YYaCTKOB UHTPOHOB reHa GLA u Ko-
JIMYECTBEHHOE oNpeneeHrue COUHTOIUITUIOB TJ1000TPH-
asuiicunrosrHa (Lyso-GB3, Lyso-GL3) B cyxom msiTHe
KpoBHu. 11 JeyeHUsT IPUMEHSIIOT CUMITOMAaTUYECKYIO Te-
panuio (aHAJIbIeTUKN, AHTUKOHBYJIbCAHTHI, TPOTUBOBOC-
MaJIUTEbHbIC CPEJCTBA) U STUOTPOIHYIO (hepMEeHTO3aMe-
CTUTEJIbHYIO Tepamnuto [1—35].

IHeab u 3a7a4u McCIeI0BAHUS: OMUCATh KIMHUYE-
CKMH CJTyyail MaJIOCUMIITOMHOTO TeueHus 6osie3nu Pa-
opu y neBouku 10 jet. [ToBbICUTH BHUMaHME Bpaueii-Te-
IUAaTPOB K paHHUM cuMIToMaM 6oJie3nn abpu, Tima-
TeJbHOMY cOOpYy aHaMHe3a, B TOM YHUCJe CeMeHHOTO
aHaMHe3a.

MayuneHTbl 1 MeTOAbI

OO6cnenoBaHbl (B MEPUOJ C STHBAps IO OKTIAOPH
2019 r.) meBouka 2009 r. p. (10 ;meT), a Takxe
ee oren, 1971 r.p., crapuas cectpa, 1989 r.p. u ee
noub, 2010 r.p. MccnepoBan ypoBeHb Lyso-GL3 B cy-
XOM MSAITHE KPOBU METOAOM TaHIEMHOH Macc-
CHEKTPOMETPUHU, IIPOBEIECH MOJIEKYJISIPHO-TeHETHYE -
CKMI aHaJIU3 MPSIMbIM aBTOMAaTUYECKUM CEKBEHUPOBA-
HMEeM B J1abopaTOpUU HACJIeACTBEHHbIX O0JIe3Hel oOMme-
Ha BemectB @DBI'HY «Mennko-reHeTHYeCKUi HaydHbIIA
HeHTp umeHu akagemuka H.I1. boukoBa» 1 mojgHoe na-
GOpaTOPHO-UHCTPYMEHTAJbHOE OOCIeNOBaHUE IeTei
B YCJIOBMSIX KIMHUKMU rocnuTaabHO# neauatpuu Kb
uM. C.P. MuporBopuea CITMY um. B.1. PazymoBcko-
ro U OTHAEJICHUM IETCKOM KapaAUOIOTUN U MEIULIMHCKOM
peadbunuraunn ®I'BY «HaunoHanbHBIN METULIMHCKUIA
HCcIenoBaTebCKuil LeHTp uM. B.A. Aimaszosa» M3 PO.

Pesynbratbl 1 06cyxaeHNe

Hesouka 4., 2009 r.p., Ha MOMEHT OCMOTpa aK-
TUBHBIX KaJI00 He TIPeIbsIBIIsia, OMHAKO TP MCIIOIb-
30BaHUM CHEIMAIBLHOTO ONPOCHUKA IJISI TUATHOCTH -
Kku 0one3nn Pabpu, BBISIBICHO, YTO paHee MMEIN Me-
CTO TIEPUOANYCCKIE OOTU B HIDKHUX KOHEUYHOCTSIX ITPU
X0ab0e, TMCKOM@OPT U OOJIM B CycTaBaX HIDKHUX KOHEU-

HOCTSIX ITPY TIOBBILIIEHUM TeMIlepaTypsl Tena. M3 anam-
He3a XXM3HU U3BECTHO, UYTO IeBOYKa OT | bepeMeHHOCTH,
MpoTeKaBIlleil Ha (poHe TOHYCHBIX HapyIIeHU, POl
IyTeM KecapeBa ceueHUs (Ta30Boe mpeiexkaHre Tioa),
Macca teja pu poxaeHuu 3080 r., nauHa Teaa 50 cm.
Ha rpynHOM BCKapMJIMBaHMW HaXOAWJIach M0 3-X Me-
csitieB. B mepBbie MecsIIbl XKM3HU OTMEYaauch CUHIPOM
TUMEePBO30YAUMOCTU, OECTIOKOMHBIN COH A0 3,5 Mecs-
1IeB, YaCThIe CPBITUBAHMS T10 TIOBOLY YeTO HabIIto1asach
y HeBpomnaTtoJjora. [Ipodunakruyeckrie TpUuBUBKU MPO-
BeIlEeHBI COMIACHO HallMOHAJIbHOMY KasieHaapio. ['eHea-
JIOTUYECKUIT aHAMHEe3: y OTIIa MAalIMeHTKH (B CBSI3M C XPO-
HUYeCKoil 6oye3Hblo movyek) B stHBape 2019 r., crapuieit
cecTphl U ee nouepH ( B utoHe 2019 r.) mpoBeneHo 6uo-
XUMUYECKOE U MOJIEKYJISIDHO-TEeHETUYEeCKoe 00CIIen0-
BaHME IPU KOTOPOM BhIsIBIIeHA OoJie3Hb Dabpu. Y or-
11a 00HapyKeHO U3MEHEeHNE HYKJIEOTUIHOM IMocienoBa-
teabHOCTH €.983G>C rena GLA, npuBojsiilee K 3aMeHe
p.G328A, onrcaHHOE B MEXIYHApOIHOU 0a3e MaHHbBIX
no mytarusiMm HGMD (CM 930337) B reMU3UTIOTHOM
COCTOSIHWM, Y CTaplleeil cecTphl U ee 10Yepu — B reTe-
PO3UTOTHOM COCTOSTHUU. 10 OTIIOBCKOI JIMHUU B PO-
JIOCJTIOBHOM TIPOCJIEKMBAETCS TATOJIOTHS TTOYEK U Cep-
JIEYHO-COCYIUCTON CUCTEMBI: Y 0a0OYIIKU MO OTLIOBCKOM
JIMHUU WMEJI0 MECTO 3aboJieBaHUE cepAla ¢ MPOTe3n-
poBaHUe KJIallTaHOB U CMepThio B Bo3pacTe 49 net; nsi-
Iisl TeBOYKHM yMep B Bo3pacTe 32-X JIET OT XpOHUYECKOM
00JIe3HU MOYEK.

ITpu ocmoTpe oOpailiaet Ha ce6s1 BHUMaHKUE HaM-
Yyyie TeMaHTMOM B paliOHe KpecTiia M 3aThUIOYHOI 00J1a-
¢t royioBbl. [Tokazareb MOYEBOI IKCKPEIINH aIbOyMU-
Hab coctaBwi 10 Mr/Ha 1 r KpeaTUHUHA («BBICOKOHOP-
MaJIbHBIN ypoBeHb») [5]. [Ipu oneHke GYHKIMU TTOYEK
CKOPOCTBH KITyOOUKOBOM (PUIIBTpAIK COCTaBuiIa 69 mir/
MUH/1,73M? (4TO COOTBETCTBYET 2-ii CTAIUU XPOHUIECKOIA
6one3Hu nouek) [5]. ITo ganubiM DKI': 6pannaput™Mus
¢ YCC 66 ynapoB B MUHYTY, TIPU JOTIUIEPIXOKAPANOTpa-
(bust — He3HAYUTENIBHBII TTPOJIATIC CTBOPOK MUTPATLHOTO
KJlaraHa, ¢ MUHUMAJIbHOW MUTPAJIbHOW peryprutaluei,
aHOMaJIbHasl XOpJia B JIEBOM XeJTyTOUKe.

buoxumuyeckuii (bepMeHTHBI) aHAIU3 CyXOTro MITHA
KPOBM METOIOM TaHIEMHOM MacC-CIeKTPOMETPUU: OTMe-
YEHO TIOBBIIIEHUE YPOBHS JIM30TJIO00TPUA3IC(UHTO3HU -
Ha. MoJIeKyIsIpHO-TeHETHUECKOe 00CIeIOBaHKE: BbISBIIC-
Ha 6os1e3Hb Pabpu (M3MEHEeHUE HYKJICOTUIHOM ITOCIen0-
BatesibHOCTH ¢.983G>C, mpuBoasiiee K 3ameHe p.G328A,
OIMCaHHOE B MEXIYHApOTHOMI 0a3e JaHHBIX 10 MyTallu-
am HGMD (CM 930337).

[IpencraBiaeHHBIN cIydaii IeMOHCTPUPYET MAJIOCUM-
MITOMHOE TeueHne 6ore3Hr Madpu y IeBOYKM IyOepTaTHO-
TO BO3pacTa B BUIE XKaJl00 Ha HeBbIPaXKeHHBIE aKpoIiape-
CTe3UH, JabopaTOpHBIE TTOKA3aTe I HapyIIeHUsT CKOPOCTH
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KJTyOOUYKOBOU (DMITETPAIINH C TTOJIOKUTEITEHBIM CEMEITHBIM
aHaMHE30M 110 OCHOBHOMY 3a00JIeBaHUIO.
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