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KAPAWONIOMMYECKWUA ®EHOTUMN BONIE3HU DABPU

Xapnan M.C.1, MsicHukoB P. I'I.1, MaBnyHnHa T.O.1, Beperosckas C.A.1, CoHunyeBa H.A.z, MepmHa E.A.3, HaTtaH K. B!

KnnmHuyecknin cnyyait AeMOHCTPUPYET Kapavonornyeckuin deHotun 6onesHu
dabpy — pemkoro HacneacTBEHHOro 3a60neBaHusi, CLEMIEHHOTO C XEHCKWM
nonom. Onncana knnHndeckas Manudectaums 6onesnm Gabpy y naumeHTKn XeH-
CKOro nona HapyweHusMu puTMa ceppua B BUAE Mapokcu3manbHol Gopmbl
dubpunnaumn npeacepamii. M3noxeHsl ocobeHHocTv anddepeHLmansHoi ana-
FHOCTUKW, TAKTUKW BEAEHWS 1 NOKa3aHWS K FEHETUHeCKOM ANarHoCTUKe 1 Ha3Haye-
HUIO FrEHOTUN-CNeLndryeckoin GepmeHT-3aMecTUTENIbHOM Tepanuu.
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KnioueBbie cnosa: 60ne3Hb Pabpu, dubpunnaumns npeacepaunii, OKI, runeptpo-
duyeckas kapavomuonaTus.
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Clinical case demonstrates a cardiovascular phenotype of Fabry disease — rare
inherited disorder, linked with female sex. Clinically manifest Fabry disease is
described in female patient with paroxysmal atrial fibrillation. The specifics of
differential diagnostics described, as of management, and indications for genetic
diagnostics and prescription of genotype-specific enzyme replacement therapy.
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Hapymennss putMa W TPOBOAMMOCTH CcepAlla —
YacThle KIMHUYECKNE CUMITOMBI Y MAIIMEHTOB Ha TIPH-
eMe y Kapauojora. OgHaKo, B pse clydaeB, OHU IIPUBO-
ST K TMAaTHOCTUKE penKuX 3adoseBanuii. Llemb npeseH-
Tall KIIMHUYECKOTO Cydass — MOMICPKHYTh BaXXHOCTh
OKI-mMarHOCTUKY B MPUHSITAHW PEIICHUS O NalbHEH-
e TAKTUKE BEACHMSI.

IManuentka K., 1964 r.p. obpaTmiach K Kapauojory
®OI'ey “HMUILTIIM” M3 P® ¢ xamobamMn Ha HU3KYIO
TOJEPAHTHOCTh K (DM3NMIECKUM Harpy3KaM, OOIIyIO cjia-
060CTb, OBICTPYIO YTOMJIIEMOCTD, TICPUOINICCKHN BO3HH-
KapoIllee TOJOBOKPYKCHUE, IPUCTYITBI HEPUTMHIHOTO
cepaneOneHNsI, BO3HUKAIOIINE 03 YeTKOM CBSI3U C TIPO-
BOLIMPYIOIINMHU (aKTOpaMH, 3aperucTPUPOBAHHBIC
Ha DKI xak ¢oudpmmsus npeacepouii (PI1), kyrmpy-
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foInrecs BHYTPMBEHHBIM BBEICHUEM HOBOKAMHAMUIA;
OIIIyIleHNe MMCKOMMOpTa B 00JIACTH Cepalia MpaKTHUIe-
CKH TTOCTOSTHHOTO XapaKTepa; 3MOIMOHAIBHYIO JIA0WIIb-
HoCTh. CeMeHEBII aHaMHe3: OTeIl yMep B Bo3pacTte 58 JietT
BHe3aImHo, MaTh He cTtpamaeT CC3, cecTpa W IUIEMSH-
HUK — 3I0pOBHL. [WHeKoIormIecKnii aHaMHe3 6e3 0co-
oeHHocreii. JleTeit HeT. AJIEpProJIOTMYECKUI aHAMHE3
He otgarouieH. PaboraeT Ha qomy. PabGora cBsi3aHa ¢ aHa-
J30M JaHHBIX. [Ipy 0OBEKTUBHOM OCMOTpPE: COCTOSTHUE
cpenaeit Tskectrn, UMT 22.49. OTekoB HeT, KOCTHaf,
IBIXaTeNbHas cucTeMa 6e3 marojorud, seieHnit HK wer,
TpaHMIIBI OTHOCUTEIIPHOIM TYITOCTH Cepama pacIIMpeHBI
BJIEBO Ha 2 CM, CUCTOJIMYECKUI 1IyM Ha Bepxyiike, YCC
60 yo./mMun, Al 110/70 MM pT.cT. CKIIOHHOCTb K apTepH-
aJTbHOM TUIOTOHUH. YacTo oTMedaia SIBIICHUS IHUCIICII-
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Puc. 1. 3KI" naumenTkm K.

Mpumeyanue: putm: Pubpunnsums npepcepanin ¢ YCX 70-90 ya./MuH.
OtpuuatensHble 3ybupl T B oTBeaeHusix I1,1Il, avF, V2-V6, npusHaku runeptpodum
MVOKapaa IEBOr0 Xenynoyka BepXyLieYHo-60K0BOi nokanusaLmm.

AHaMHe3 nanueHTku K.

Mata| 2011-2012r | 2013r | 20150 | 2017r
OHMK
Tpuctynst -
ubpumIsIIN
npeacepauit |
TIpU3HAKH |
KT runeprpodun
muokapna JIK;
3X0Kr OTpULATEIbHBIE
3yous T
W Jienpeccust
cermenra ST 11,
111, avF, V4-V6 Macca
Macea MHOKapIa | oooKapHa
2
JIK 116 /a2 JDK 200 /m
Jleuenue Gera-anpeHo- nox6op Kpuoabawst
6J10KaTopbI, AAT — AHTHKOATy- JIETOYHBIX BEH
MHIHOUTOPbI corarekcan  LIUAHTEL

OGD&THOFO 3axBarta
CEPOTOHUH

Puc. 3. AHamHe3 3a6oneBaHus nauneHTku K.

CHH, OpraHbI IUIIeBapeHUs 0e3 MaToJoTni. MoYerroo-
Basg cHcTeMa 0e3 O0COOCHHOCTEH. DMOIMOHAIBHO
nmabuibHa, akcuBa. DKI ¢ mpuctymomM GuOpmIIsSIIm
MIpeACepanii U IpU KyNUPOBAHWHM apUTMHUU IIPEICTaB-
JICHBI Ha pUcyHKax 1 m 2. JlaHHbIe aHAMHe3a MPeaCcTaB-
JICHBI Ha pHUCYHKe 3. B 1abopaTopHBIX aHaIM3aX KPOBH
1 MOYM — 0e3 ITaTOJIOTUN. YPOBEHbB 3JICKTPOJIUTOB 1 TOP-
MOHOB IMMTOBUIHON XeJIe3bl KPOBU B MpeIeIaX HOPMEL.
[Ipu npoBenmeHNN 3X0Kapauorpadu B TMHAMUKE OTMe-
4aJI0Ch YMEPEHHOE PaCIINpeHUE ITOJIOCTH JICBOTO MpPE-
cepnusi, MUTpalbHAsl peTyprutamus 2 CcT., IpHU3HAKU
YMEPEHHON TUTIEPTPpOGUN MUOKApPIa JICBOTO XEIyI0UYKa
(MXII 1,3-1,4 cM) 6Ge3 pacHIMpeHUs IIOJOCTH U 0e3
HapyIICHUST COKPATUTEIIBHO CITOCOOHOCTH MUOKApIAa.
YauTeiBas IMMapoOKCU3MabHBIE HapYIICHWS pPUTMa
cepnma y manueHTKN n DKI-kpurepnn, xapakTepu3yro-
e TUIIepTpOodUI0 MUOKapIa JIEBOTO XeIymodka, Ipu

Puc. 2. SKTI naumeHTkn K.

Mpumeyanune: putm cuhycosblii, YCC 60 ya./muH. OTpuuatenbHble 3ybubl T
B otBeaeHusx LI, avF, V2-V6, npuaHaku runeptpodum Mmnokapaa nesoro xeny-
[04Ka.

Kitaccudukanus 6onesan @adpu

Knaccuueckuit ATUNTYHBIN Kenckuit
BapHaHT BapyaHT BapMaHT
T — ——

* 0OJICIOT MY>XKIMHBI

* myrtauusi B GLA rene

* paHHee HavyaJIo

* TSDKEJI0e TeUeHHe

* [IOJIMOPraHHbIe
HapylIeHUs!

* paHHSIsI TOYeyHast
HEI0CTaTOYHOCTh

* CHUXEHUE
AKTUBHOCTH WJIN
OTCYTCTBUE aibha —
TaJIaKTO3UAA3bl A

* 00JICIOT MYXXYMHBI

» myTauusi B GLA rene

* Gosiee Jerkoe
TeYeHUe

* MIOpaxeHKe vale
OIIHOTO OpraHa

* yauie HOpMaJIbHbIi
YPOBEHb
LUPKYIMPYIOLIEro
depmenTa anbta —
raJlakTO3Uaa3bl A

Puc. 4. Knaccndukaums 6oneann dabpu.

* GOJICIOT XKEHILMHBI

» MyTauusi B GLA rene

* boJee Jierkoe,
MEUIEHHO
rporpeccupyloriee
TeYeHue

* [IOpakeHKe OIHOTO
WM HECKOJIBKUX
OpraHoB

* yaiie HopMaJabHbIi
YPOBEHb
LUPKYIUPYIOLIETO
dbepmenTa anbha —
rajakTo3umassl A

OTCYTCTBUM aHAMHECTHYECKMX TaHHBIX O HAIMINU apTe-
pUATBHOI TUIIEPTEH3NH, OBLJIO PEKOMEHIOBAHO IIPOBE-
nenue MPT cepaiia ¢ KOHTpacTUpOBaHUEM IS UCKITIO-
YeHUs OTWAaTHO3a TUIEPTPOPUISCKON KapauOMHOIATUN
[1]. MPT cepnuma ¢ ramoiauHueM mnpoBeneHa B PIAY
“JleyeOHO-peabMIUTALIMOHHBIN 1IeHTp” MmuH3IpaBa
Poccun. 3aximoueHue: KapTWHA CHUMMETPUIHONM yMe-
PEHHO BbhIpaxkeHHOI rureprpodun muokapaa JIZK (B Tom
YHCIIe MAMUDISIPHBIX MBIIII) 0€3 MOBBIIICHIS MHICKCH -
pOBaHHOIT MacCHl MHOKapaa 1 0e3 IMIPU3HAKOB 09aroBOTO
MHTpaMHOKapauaJIbHOro ¢udpo3a, MUTpAJIbHAS Peryp-
TUTALMS 2 CT., YMEpPEHHAs MWIATaIlds JIEBOTO TIpeacep-
TSI

Hecmotpss Ha Haamuue yMepeHHOI THUIepTpodum
MHOKapaa JIEBOTO KeJIyI0UKa 10 JAaHHBIM BU3YaIN3UPY-
FOIIMX METOIOB, 0OpaIiao Ha ceOsT BHUMaHWE HAJTMINe
WHBEPTUPOBAHHEBIX TIy0ooKmx 3yo1roB T Ha DKI B oTBe-
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nmenusx 11, 111, aVF, V2-V6, 4yTo XapaKTepHO [UTS TallMeH-
TOB ¢ KapauoMuonaTusmu [2]. ITammmenTke OBLIO peKo-
MEHIOBAaHO IIPOBEACHME T'€HETUYECKOTO TECTUPOBAHMS
I YTOYHEHWS ITaToreHe3a TUIMepTpodum MmoKapma
W WCKITIOUCHUSI MeTabOIMIecKuX (opM KapIMOMHUOIIA-
THi1, OT KOTOPOTO Ha TOT MOMEHT MallMeHTKa BO3IepKa-
Jachk. bbbl BeICTaBAE€H aMarHos: lumeprpoduyeckas
KapouoMuoIlaTusl (HeyTouyHeHHast). HapymeHus putma
ceplla: HaIKeIyIOYKOBasl 3KCTPACHUCTOJNMSI, ITapOK-
cudManbHasg dopMa GUOPWUISIINU  IIPEICepOUii.
CHA,DS,Vasc — 2. HK 0. Bectubynonatum. Jopcorma-
. PacripocTpaHeHHBIIT OCTCOXOHIPO3 MTO3BOHOTHUKA
C KOPEIIKOBEIM M MBIIIEYHO-TOHNYECCKIM CHHIPOMOM
B IICHHOM M TPYTHOM OTHENe. ACTEHO-HEBPOTHUICCKUA
cuHgpoMm. PexomeHmoBaHa Teparus OeTa-aapeHOO0JI0-
KaTopaM#, MHTHONTOpaMH OOpaTHOTO 3axBaTa CEpOTO-
HUHA.

B nmanpHeiimeM y TAaMEeHTKW YYaCTWIIMCh ITapOK-
CU3Mbl (QUOPMIIALIMU TIpeAcepaAuil, ObUT IIPOMOIKEH
monoop MpoPUIAKTUIECKOM aHTHAPUTMHUECKON Tepa-
MU TIpellapaTaMy pa3HBIX KJIACCOB 0e3 BBIPAXKCHHOTO
KIMHUYECKOTOo 3 deKkTa, peKoMeHIOBaHA Tepamus
aHTHKoarylIsiTHTamMu. IlammeHTKa TmepeHecia OCTpoe
HapyIIeHHe MO3TOBOT0 KpOBOOOpallleHHsI B OacceitHe
JIEBOII CpeaHe-MO3TOBOIl apTepUM IO UIIEMUICCKOMY
THITY, KapaIHO3MOOJWUECKNiI BapyaHT. YUUTBIBAs IIPO-
rpeccUpOBaHNE HapYIICHWIT pUTMa CEpIlia U HEYIOBJICT-
BOPUTEIBHYIO IEPEHOCHUMOCTb IIPUCTYIIOB apUTMUU
(EHRA III), npoBeneHa KprobaylloHHas abjaius yCThs
JIETOYHBIX BeH 0e3 BBIPAXCHHOTO KIMHHYICCKOTO
a(pdekTa, 94To MOTpedOoBaIO NATBLHENUIIIEro IToadopa Mpo-
dumakTIIeCKOi aHTUAPUTMUIECKOM Tepaltiuil. B 3ToT Xe
Ieprol BpeMEHM ITallMeHTKA majla MHGOPMUPOBAHHOE
corracye Ha IpOBeAcHHE TeHETUIECKOTO TeCTUPOBAHMS
C WCHOJIb30BAHWEM METOIA CEKBCHHPOBAHMS HOBOTO
ITIOKOJICHUS ¢ TIpPUMEHEHNEM TTaHeIn 17 OCHOBHBIX TEHOB,
OTBEYAIOIINX 32 Pa3BUTHE TUTIEPTPODIIECKOI KapIIOMIO-
natvu, Bkmouatomux: ACTCI, DES, FLNC, GLA, LAMP2,
MYBPC3, MYH7, MYL2, MYL3, PRKAG2, PTPNII,
TNNCI, TNNI3, TNNT2, TPM1, TTR, PLN [http://www.
healthincode.com/en/cardiovascular-genetics/
cardiomyopathies/hypertrophic/#basicomch|. BrIsgsiaeHa
MyTaimsa B TeHe GLA ¢ TeTepO3UTOTHBIM HOCUTEIHCTBOM
(NP_000160.1:p.GIn279Lys, NM_000169.2:c.835C>A,
NC 000023.10:2.100653522G>T), accouuupoBaHHAasI
¢ pasButHeM 6oie3Hr Madbpu, X-ClEeMIeHHOTO MYJIBETUCHC-
TEMHOTO 3a00JIeBaHUsI, TTOPAXAIOIIEr0 HOCUTENEH MyX-
CKOT'O M 3XCHCKOTO pona. JIaHHbIiT BApUAHT CIUTACTCS IaTO-
reHHBIM. ECTh JaHHBIE O €T0 KOocerperaln ¢ 00JIe3HBIO
W OTCYTCTBYeT MH(MOpPMAIIAS O €T0 HAJIMYMU B OOIICH
rmonyJisiuny. BoBirleueHne B mporiecc cepaia ObIJI0 OTMe-
YeHO Y OOJIBIIIOTO YKCIIA TTAIIMEHTOB ¢ TAaHHOM MyTaIei.
JlaHHBIM BapraHT OBLT OIMCAH B HAYYHBIX ITyOIMKAIIMSIX
(BKITI09asT (PYHKIIMOHAIBHBIC MICCIICAOBAHMUSI) U B OOIIIe-
ctBeHHBIX 0aszax maHHBIX (HGMD, Fabry-database.org)
B accoumanuu ¢ 6oje3nnio Madpu.

XKajgo6el MaIMEeHTKN HAa XPOHMYECKYIO YCTaJIOCTh,
CHIKCHHBIN TICMXO3MOIMOHAJBHEIN (hDOH, HecIengpu-
YeCKHe KUIICYHBIC TPOSBICHUS MOTYT OBITh OTHECCHBI
K paHHNM KJIMHUYIECKUM MPOSIBIICHUSM OoJie3Hn Padpu
[3]. JlanHbBIe HecTeMMUIECKIE KaJIOObI YaCTO MPEIbIB-
JISTIOT TIAIIMEHTHl ¢ HApYIICHUSMHW PUTMA Cepalla, 4To
XapaKTepHu3yeT JaOMIbHOCTh BEreTaTUBHOII HEPBHOM
CHCTEeMBI Y JaHHOI Kateropnu 00iIbHEBIX. [1pw mpuiiens-
HOM cOope aHaMHe3a BBISICHWJIOCh, UTO HeWpomaTude-
ckMe OOJM; aKpoIlapecTe3WH, YCUIUBAOIINECT TIPHU
cTpecce W (DU3MIECKOM HArpyske, ImepeMeHe TeMIiepa-
TypBI, XapakTepHble Wit 0oje3au Padbpu, OecroKOWIn
MalMeHTKY B I€TCTBE U IOHOCTHU.

B nanpHeiieM BeicTaBieH auarHo3: boie3Hs AHaep-
cona-Mabpu ¢ mopaxkeHHeM cepiia, HepBHOM CUCTEMEL.
Hapyiienusi putma cepiiia: HaIXeayaouyKoBasi 9KCTpa-
CHCTONHSI, TapoKcH3MajbHas (opMa GUOPMIIAINT
npencepauii. Puck no mkane CHA2DSZVasc 4 6. ocTpoe
HapyIIeHNEe MO3TOBOTO KpOBOOOpAaIleHUsI B OacceitHe
JIEBOIT CpeaHe-MO3TOBOI apTepyM II0 HIIEMHICCKOMY
Iy, KaparnosMmoonmdeckuit Bapnant. XCH 2 crt., 2 ®K
no NYHA. Becrubynonatuu. lopconatuu. Paciipoctpa-
HEHHBIIT OCTEOXOHAPO3 ITO3BOHOYHHMKA C KOPEIIKOBEIM
¥ MBITIICYHO-TOHNIECKIM CUHIPOMOM B IIECHHOM U TPYyI-
HOM oTaejie. ACTCHO-HEBPOTUICCKUM CHHIPOM.

IlepBonavanbpHO 6o0se3Hb Pabpu cumrtamach X-cle-
IUICHHBIM PEIIECCUBHBIM 3a00JIEBaHMEM, TOPAKAIOIINM
TOJIbKO HOCHUTEJIEH MYXKCKOTO IT0JIa, TeMHU3UTOT. OmHAKO
ceiigyac 3TO 3a00JIeBaHHWE CUYUTACTCS X-CICIUICHHBIM
3a00JIeBaHMEM, KOTOpPO€ TaKXe ITopaxaeT XCHIINH
C CEpbe3HBIMM XHM3HE-YTPOXAIOIIMMH IIPOSIBICHUSIMH,
HYXXIAOIIUMICS B MEOIUIIMHCKONM KOppeKInu. boje3Hb
®abpu — mm3ocoMaiibHas 00JIe3Hb HAKOIUICHUS, CBSI-
3aHHas ¢ geduumToM (pepMeHTa anbda-rarakTo3uaassl
A BcnenmcTBue MyTaumii B TeHe GLA, JTOKaIM30BaHHOM
Ha X xpomocoMe (X — CIIEIUICHHOE HaCJICICTBEHHOE
3aboneBanne — Xq21.3-q22.0). Hedbuuut depMmeHTa
anb(da-ragakTo3nmassl A BeAeT K HAaKOTUICHHUIO C(MHTO-
JINTIAIOB, TIPEUMYIIECTBEHHO ITI00O0TpHa3MiIKepaMuIa
(Gb3) pazmmuHbpIME KITeTKaMM desnoBeka [3]. Kimraccupu-
Kanus 6one3nu Mabpu npencraBieHa Ha pucyHke 4 [3,
4]. B nacrogiiee BpeMsI pa3paboTaHa TeHOTUII-CITEI-
dudgeckass Teparmmsa OosesHu Pabpu, HallpaBiIcHHAS
Ha 3amemneHue depmeHTta. DepMeHT-3aMeCTUTEIbHAS
Teparms Ha3HaueHa MaIlleHTKe Ha OCHOBAHUM TOCIEH-
HUX MEXIYHApOOHBIX peKOMeHIalui [5].

Crnenyer oOpaTWTh BHHMAaHHE, YTO, HECMOTpPS
Ha CTePTYIO KIIMHNYCCKYIO KapTUHY U HEOOJIBIIYIO CTe-
MeHb TUmnepTpoduy MHUOKapaa JEBOro XeIymouka,
OKI-(penotun ykasplBaJl Ha HaJWdue y NalMEHTKHA
runepTpoduueckoil KapauoMuoNnaThuu, U MOocjieaoBa-
TEJIbHBIII OTUaTHOCTUYECKUM ITOMCK IIPWBEN K YTOYHE-
HUIO 3THoNOTHM 3abojeBaHus. OmHAKO IIpUMEHCHUE
TCHeTUYCCKOM AMATHOCTUKM Ha 0Oojiee paHHEM 3Talle
MOIJIO OBl IPUBECTH K MPUMEHEHHIO IATOTCHETHYC-
CKOTO JICYCHHSI 1O TIOSIBIICHUS 1IepeOPaTbHBIX OCIIOXKHE-
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Huit. Kypalms malnmeHTOB ¢ KPUTECPHUSIMU THUIIEPTPO-
duueckoit KapaMOMHUOIIATUM TpeOyeT IIPOBEACHUS
CBOEBPEMEHHOI TeHETUUECKOM TMATHOCTUKM, a TaKKe
CKpuMHUHTA Ha O6one3Hb Mabpu. PaHHAS nguarHocTuka
6one3an Padbpu mpuBeaeT K Ha3HAYCHUIO TEHOTUII-CITe-
nudpudeckoit  GpepMEeHT-3aMECTUTEILHON Tepanuu
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