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Pesrome

Ilpedcmasneno onucanue KiuHu4ecko2o nHaoodenus bonesnu @adpu (B®D). Imo s3abonesanue cesazano ¢ oegpuyu-
mom pepmenma o-eanaxmosudazel A uz-3a mymayuu é 2ene GLA, komopoe npueooum x HaKONAeHUI0 2IUKOCHUHOMU-
nuooe (Gb3 u Lyso-Gb3) 6 kniemkax nouex, cepoya, Hep8HOU cucmemsvl U Opyeux opeanos. b® nacnedyemcsa no X-cye-
NIEeHHOMY OOMUHAHMHOMY MUNY C HENOTHOU NeHeMPAHMHOCMbIO Y dHceHujuH. B Poccuu cpednutl cpok om nosgneHus
CUMRMOMO8 00 NOCMAHO8KU OuazHo3a docmueaem 20 nem. Paunssi ouaenocmuka B® ocioocnena paznoobpasuem
U HecneyuguuHOCMbIo NPOSGLIEHUL, CPeOU KOMOPbIX YepeOPOBACKYISAPHbIE HAPYUEHUS. Y MOLOObIX NAYUEHMO8, YUMo
U HAOMOOANOCH 8 NPEOCMABIIEHHOM HAOIIOOEeHUU.

KnwoueBbie cnoBa: bonesnb ®abpu, KIMHUYSCKUH CiTydai, TH30COMabHbIE 00JIe3HH, alb(a-rasakro3uaasa,
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Abstract

This article describes a clinical case of Fabry disease (FD). This condition is associated with a deficiency of the
a-galactosidase A enzyme due to a mutation in the GLA gene, which leads to the accumulation of glycosphingolipids
(Gb3 and Lyso-Gb3) in cells of the kidneys, heart, nervous system, and other organs. FD is inherited in an X-linked
dominant pattern with incomplete penetrance in females. The average time from symptom onset to diagnosis reaches
20 years in the Russian Federation. Early diagnosis of FD is complicated by the diversity and nonspecificity of its
manifestations, including cerebrovascular accidents in young patients, as observed in this case.
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Bonesns ®abpu (bP) — peaxoe HacnencTBeHHOE
3a0oneBaHme, OTHOCAIIEECS K JIM30COMaJIbHBIM 00Je3-
HSM HaKOIUIGHHS W OOYCIIOBIIEHHOE CHI)KEHUEM HWITH
OTCYTCTBHEM aKTUBHOCTH (PEpPMEHTA O-TAJIAKTO3UAA3HI
A (a-Gal A) BcreacTBHE MyTalWK KOAMPYIOIIETO €r0
reHa. b® mpuBoOUT K BHYTPUKJIECTOYHOMY HAaKOILIe-
HHIO TIMKOC(UHTOIUIIHIAOB, B YaCTHOCTH, II00OTpHU-
aoswnuepamuaa (Gb3) u mioborpuaosmichuHro3nHa
(Lyso-Gb3) B nm30coMax KJIETOK pPa3iIMYHBIX OPraHOB
U TKaHel (ToukKax, cep/ile, HeHTpaIbHON 1 nepudepu-
yeckoil HepBHOHU cucteme). Tun HacinenoBanus b —
JIOMUHAHTHBIA X-CUEIJIEHHbIA C HEMOJIHOW MEeHEeTPaHT-
HOCTBIO Y JKEeHIIUH [1].

Bcenencreue nakorenus Gb3 m Lyso-Gb3 B pas-
JUYHBIX OpraHax M TKaHsix b® xapakrepusyeTcss MHO-
roo0Opa3HOl KIMHUYECKOW KapTHHOW. BhIpakeHHOCTH
CUMIITOMOB WMEET TeHJIEPHBIE Pa3Nuus: y KCHIIUH
TeueHne 3a00NieBaHUs MEHEEe TSDKEJIO0€ M 3aBHCUT OT
dhopmel bOD. Ilpu xraccuueckoit hopme nedurur a-Gal
A TIpaKkTHUYECKH aOCOIOTHBIH, YTO MPUBOIUT K paHHEH
KIMHAYECKO MaHudectaruu 3adoneBanus (o 20 yer)
1 MYJIBTUCUCTEMHOCTH nopaxkeHui [2]. [Ipu aTunuanoi
(dopme coxpaHseTcsi JOCTaTOYHO BBICOKAs aKTUBHOCTh
a-Gal A. CootBercTBeHHO, KimHUKa b® Manndectupy-
et mo3xe (B 40—50 neT) ¢ npeuMyIIeCTBEHHBIM MTOpaKe-
HHEM OIHOTO OpraHa.

B Poccutickoii ®enepanuu (PD) meanana cpoka
OT TIOSBIICHHS IEPBBIX CHMIITOMOB 0 YCTaHOBJICHA
nuarnosa coctapinseT okoso 20 net [3]. CBoeBpeMeH-
Has K€ JMarHOCTHKa KpaWHe BakHAa B CBS3H C BO3-
MOXXHOCTBIO 3(h(PEeKTUBHOTO JEYCHHUS PEKOMOWHAHT-
HBIMHM MpernapaTaMd 0O-TaJlakTocuIasbl A, a Takxe
MMPOBEACHUS KAaCKaAHOTO CKPUHUHTA C BBIABICHHEM
B® Ha paHHUX cTaauax y OnwKalIInX POACTBEHHHU-
KOB TALMEHTA.

B crarbe paccmarpuBaeTcs KIMHAYECKUH HaOIIOIe-
HUE MalueHTKu ¢ b®, nepeHeciiel peuuanBupyoume
epeOpoBacKyIsIpHbIe COOBITHS Ha (DOHE TOpaskeHUs
JOPYTHX OPTaHoB.

ITammentka 3., 51 roma, ObUTa KCTPEHHO TOCIHUTA-
mu3upoBaHa 27.08.2023 B HEBpOJOTMYECKOE OTIENE-
HHUE C jkKajo0amMH Ha cIaboCTh B MPaBBIX KOHEYHOCTSAX
(1 6amr mo mkane Medical Research Council (MRC)).
JanHbie xano0bl pa3BUIIMCH Ha (POHE PETYISPHOTO MPH-
eMa aneTuicanuuuioBoi kuciaorel 100 Mr u aropsa-
craruaa 40 mr. Hannune kakux-1m00 mpoBOLUPYIOLINX
(bakTopoB manueHTKa orpunaina. [Ipu npoBenenun mar-
HUTHO-pe3oHaHcHo Tomorpaduu (MPT) romoBHOro
Mo3ra (28.08.2023) BbIsIBIIEH OYar WIIEMUH B ITPOAOJITO-
BaTOM MO3T€ M THIIEPHHTEHCUBHOCTH O€JI0T0 BEllecTBa
(puc. 1). B ieBoit TeMEHHO¥ 00JIACTH OTMEUEHA 30Ha KH-
CTO3HO-TJIMO3HBIX U3MEHEHUH pazmepom 110 20 x 11 mm,
pacmonoxeHHast BAOJIb CTEHKH 3aJJHETO pora JeBoro 6o-
KOBOTO JKeTyJJ0UKa.

YcTaHOBJICH AWArHO3: HIIEMHUYECKUH UHCYIBT B BEpP-
TeOpoba3uIsipHOM Oacceline ¢ hopMUpoBaHHEM UHbap-
KTa B mpojoiroatoM mo3re (ot 26.08.2023). Heyrou-
HEHHBIH (HEU3BECTHBIN) MMaTOreHETHYECKU BapHaHT
o kpurepusiMm TOAST-SSS. IIpaBocTopoHHMIT TPyOBIit
reMunapes, IpaBoOCTOPOHHSIS TEMUTUIIECTE3HUSI.
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Anamnes 3aboneganus. Y TAIMEHTKH B BO3pacTe
47 ner BHepBble BO3HUKIM *KaJIOObI Ha TOJOBOKPYXKe-
HUE, HapyIIeHUs PeYd W KOOPAMHALMH, IMpEeHMYyIe-
CTBEHHO B TMPaBbIX KOHEUHOCTSX, MPOIOIKUTEIHHO-
ctbio 3040 MHUHYT C MOJHBIM PETPECCOM CHUMIITOMOB
B TeueHHe cyTok. OHa ObljIa rOCIMUTAIM3UPOBAHA B HE-
BpoJsioruueckoe otaeneHue. 1o JaHHbIM KOMIIBIOTEPHON
ToMorpaduu roixosaoro mosra (15.08.2018), ouaroBoit
1 00bEMHOH IaTOJIOTHH HE BEHIIBICHO. Brlmucana ¢ gu-
arHo3oM «TpaH3uTOopHas WIIEeMHYEcKas araka B Bep-
TeOpo-6asmisipaoM Oacceitne ot 15.08.2018 ¢ mpexo-
JIAIIeN Tu3apTpueil, mMpaBOCTOPOHHENH TeMHUaTaKCHEI.
PexoMeHI0BaH TIOCTOSIHHBIM TIpUEM aleTHIICATHIIAIO-
Bo# kucnotel — 100 Mr mt atropBactatuHa — 40 MT.

22.04.2023 pa3Buiics MOBTOPHBIM 31u30[ cnabocTu
B MIPABBIX KOHEUHOCTSAX M HapylIeHus peud. [Ipu ocmo-
Tpe 3aperuCcTPUPOBAHBI CIA0OCTh B MPaBBIX KOHEYHO-
ctax (2-3 6amna no mkaie MRC), npaBoCTOpOHHSIS Te-
MUTHITECTE3Hs, TIOJIOKHATENbHBIN cuMnToM babuHCKOTO
CIpaBa | JierKasi Iu3apTpus. B TedeHne cyToKk CUMIITO-
MBI TIOJTHOCTBIO perpeccupoBaid. [10 JaHHBIM KOMITBIO-
TepHON ToMorpaduu TojoBHOTO Mo3ra (22.04.2023),
BBISIBJICHBI KHUCTO3HO-aTPO(UYECKHE M3MCHEHHUS B Iie-
PUBEHTHPYISIPHBIX OT/AENaX JIEBOW TEMEHHOW IONH
(pucynku 1,2). I[To nanaeiM MPT romoBHOro mo3sra ot
26.04.2023, He BBIABIICHO OYaroB OTpaHUYCHHS IUQ-
¢y3un B BemecTBe OONbpIMX monmymapuii. OTMedanach
THIIEPUHTEHCUBHOCTh O€JI0r0 BEIIeCTBa B TEPHUBEH-
TPUKYJISPHBIX OTAENaX, a TaKKe KHUCTO3HO-TIMO3HBIE
W3MEHEHNUS B JE€BOMl TeMeHHOM oOmnactu. IlanuenTtka
BEINFICAHA C JWArHO30M: TPAH3UTOPHAS WIIEeMUYecKas
araka B JICBOM KapOTHIHOM OaccelHe ¢ MpexoIsIiuM
MIPaBOCTOPOHHUM TE€MHUIIAPE30M, TeMHATaKCHeH, TeMHU-
rurecre3uei u opaamnanueid. Ha amGynaropHom 3rtare
PEKOMEHIOBAHO MPOJOKUTE MPEKHIOI0 TEPAITHIO.

Anamnes owcusnu. KypeHne, TOBBIIIEHHE apTepH-
ANBHOTO JIABJICHUS, CaXapHBIi TUa0eT U OTATOIECHHYIO
HAaCJEICTBEHHOCTh MAallMeHTKa oTpuuaia. VcxonHblit
YPOBEHBb OOILETro XOJECTEpPHHA KPOBH OBLI HECKOJIBKO
noBkIIIeH (6,32 mMonb/1 ot 16.08.2018), Ha dhoHe pery-
JSIpHOTO TIpreMa atopBacTtatuHa 40 Mr ObLIT JOCTUTHYT
IeJIEBOM YpOBEHb. XPOHUYECKNX HENH(EKIINOHHBIX 3a-
OoneBanuii HeT. IlaruenTKa cooOIMiIa, 4TO ¢ 6 JIET €€
OCCIIOKOWIIM JKI'yure O0JIM B CTONaxX W JIaJoHsAX. bomu
BO3HUKAJIH/YCHIINBAINCH TIPH (PU3UIECKON Harpyske,
CTpecce, TOBBIIICHUN TEMIEPaTypbl U HOCWIH TIPHU-
cTymooOpa3selii xapakrep. Ilo mamHomy moBomy 00-
palanach K y4aCTKOBBIM TEparieBTy U HeBpousory. Ha-
3HAYQINCHh JHEBHBIC AHKCHUOJIUTHKU, TPUEM KOTOPBIX
addekra He npuHOCHIL. [locie pokeHus €10 MmepBoro
pebenka 001 cCaMOPOU3BOIBFHO KyITHPOBANUCH. Takxke
MaIeHTKa OTMeuana CHIbkeHHOe ToTootaeneHue. [pu-
MepHO B Bo3pacTe 40 JieT MOsSBUIACH «ChHITbY B TaXOBOH
o0macTy, 4epe3 HeCKOJIBKO JIET Takas JKe CBIIb 0OHapy-
JKUIach Ha nafoHsX. [lo maHHOMY MOBOY K Bpayam He
obparmmanace. Poqurenu manueHTKH MOA00HBIE CHMIITO-
MBI y ce0s OTPHULIAIH.

OO0Imui 0CMOTp: BBISBICHBI MEIIKOTOYCUHBIC BHICHI-
TaHUs B ITaxX0BOW 00NAacTH, B MEHBIIIEM KOJUIECTBE —
HA JIaJIOHHBIX MIOBEPXHOCTAX 00CUX KUCTEH.
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Hesponornueckuii craryc: co3HaHue sicHoe. Bep-
0aTbHOMY KOHTAKTy JIOCTYITHA, HA BOIPOCHI OTBEYAET
MPAaBUJIBHO, HHCTPYKIMK 110 OCMOTPY BBIMONHAET Ipa-
BWIBHO. [J1a3HblE INENM M 3padyku OJUHAKOBbIC. [IBU-
KEHUs] DIa3HbBIX SI0NOK He orpaHuyeHsl. Hucrarma,
JIeBUAlMM B30pa HET. JIUMionuio, orpaHMYEHNE Moyei
3perust oTpuraer. KoHBeprennus, akkomoganus He Ha-
pyuessl. JIuno cummeTpudHo. Peus He nsmenena. Ciyx
HE CHWXEH. Msrkoe HEOO CUMMETPUYHO PaBHOMEPHO
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yudacTByeT B akTe ¢oHanuu. CHOHTaHHOE IJIOTaHUE HE
3aTpynHeHo. [ToTouHbId peduiekc U HEOHBIE pedIieKCh
OOBIYHOM BBICOTHI. Pedrekcrl opanbHOro aBTOMaru3Ma
OTpHLATEIbHBI. AKTHBHbIC TBH)KEHHS B MPAaBBIX KOHEU-
HOCTSIX CJIeTKa OrpaHMYCHbl. BU3yaJlbHO MBIIIEYHBIX
runotpoduii, runeprpoduii, pacuuxynanuii Het. ToHyC
MBI B MPaBbIX KOHEYHOCTSIX MOBBIMICH. MbIlIeyHas
cuna cupaBa — 4 Oamna, cnesa — 5 GayuioB. [myGokue
pednexcet D > S. UyBCTBUTENBHBIX HapyIIEHHH HET.
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Puc. 1. MPT ronosroro mo3ra or 28.08.2023. benas crpeika — ouar B JIEBOM MOJOBHHE Ipogoiroparoro Mosra. MPT romoBHoro
Mo3ra ot 26.04.2023. Cepast cTpenka — KHCTO3HO-IJIMO3HbIC M3MEHEHHUS B JIEBOW TEMEHHO# 00acTu

Fig. 1 MRI of the brain from August 28, 2023. White arrow — lesion in the left half of the medulla oblongata. MRI of the brain from
April 26, 2023. Grey — cystic-glial changes in the left parietal region
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Puc. 2. MPT ronoaoro mo3ra (26.04.2023). Benble cTpenky — THIEPUHTEHCUBHOCTh 0EJIOr0 BEIIECTBA B MEPUBEHTPUKYIISIPHBIX

oTaciax

Fig. 2 MRI of the brain (April 26, 2023). White arrows indicate white matter hyperintensity in the periventricular regions
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Koopaunaropasle nuHamMuueckue NpPOOBI BBHIMOIHSIET
HEYBEpEHHO crpaBa. OYHKIMIO Ta30BbIX OPraHOB KOH-
TPOJIUPYET.

Pesynwrare! nposenennsix ¢ 2018 mo 2023 r. uccrne-

JIOBaHUI:

* oOmmii anamu3 kpoBu: 22.04.2023 BmepBbie
ObUTa BBIABIICHA HOPMOXPOMHAs, HOPMOIIUTapHAs
aHeMusl JIETKOM CTeleHH TKecTH (TeMOrnoOuH
112 r/m), xoTopas coxpaHsiach Jaiee. YpOBEHb
TPOMOOLIUTOB U JIEHKOLIUTOB B HOPME;

* OMOXMMHYECKHH aHaju3 KpPOBU: YPOBEHb 00-
mero xosecrtepuHa ot 16.08.2018 cocraBun
6,32 MMOIIB/1, KOTOpBIH Janee Ha (OHE peryssp-
HOTO TIpHieMa CTaTHHOB JOCTHUT IIEJIEBOTO 3Hade-
Hus. [lpyrux OTKIOHEHWH B pe3yibratax, B TOM
YHClie B YPOBHE KPEaTHHUHA, KaJHsl, HaTPUS, XJIO-
pa ¥ MOYEBHHBI, BBISIBICHO He ObL10. BhICOKOUYB-
CTBUTEINbHBINA C-peaKTUBHBIN OeJIOK — 2,6 MI/MII;

* o0mmii anamm3 moum: ¢ 16.08.2018 mepcuctupo-
Baja nporeunypus. Ilepronudecku ypoBeHs 3pH-
TpomMTOB B Moue fgocturan 10—15 B mose 3peHus.
Jpyrux n3MeHeHu BoisiBIeHO He Ob110. CyTo4Has
norepst Oesika ¢ Mo4oit cocrasmna 1,925 r/m;

* 3JIEKTpOKapauorpamMma: 0e3 OTKIOHEHUH;

* yIABTPa3BYKOBOE HCCIIEIOBaHHUE CEP/IIa: BbISBICHBI
IIPU3HAKU YIUIOTHEHUS! CTEHOK AOPThI, 30H T'MIIO-
KWHe3a U runeprpodun jgeoro xemyaouka (IJDK)
HE BBISBIICHO;

* TPaHCKpaHHAJbHOE YIBTPa3BYKOBOE HCCIEI0Ba-
HHe OpaxuoledalbHBIX apTepuil: 0e3 maToIoTuH;

* CYTOYHOE MOHHMTOPHPOBAHHE apTEPHAJIbHOTO JaB-
JICHUSI: apTepHaIbHON MMIIEPTEH3UH HE BBISBICHO;

* CYyTOYHOE€ MOHHUTOPHPOBAaHHE 3JIEKTPOKAPIUO-
rpamMMbl (TPYIKIBI): HapyLIEHHH pUTMa U TIPOBO-
JUMOCTH HE BBISIBICHO;

* YPOBEHb THUPEOTPOITHOTO TOPMOHA M TUPOKCHHA
B HOpME;

* YIBTPa3BYKOBOE HCCIICAOBAHUE IIOYEK: IPU3HAKU
MUEN0IKTAa3UN U MUKPOJIMTHA3a ¢ 00EHUX CTOPOH;

* KOHCyJbTalus Hedposora: MpeArolokKeHO Halu-
yre He(QPOTHUECKOTO CHHAPOMA U THUIEPIPOTEH-
HYPHUH KaK MPOSBIEHNUE XPOHUIECKOTO MHETOoHEeD-
puTa BHE 000CTPEHUS;

* KOHCYJbTAIlUsl remarojora (mociieé BTOPOTO 3IH-
307]a TPAH3UTOPHON WINEMHUYECKON aTakd) s
UCKII0YeHus: TpoMOopmnuii. HasnaueHo uccneno-
BaHME I'€HETUYECKHUX IOJIMMOP(U3MOB: MyTauuil
F5 Jleiinena u mporpoMOuHa, MyTauuii B TeHax
MmeTwieHTeTparuapodonarpenykrazsl  (MTTOP),
MeTrHoHUHCHHTa3apenykrasza (MCP) u F13. Taxoke
orpenieseHbl HOpMajbHble YPOBHHU MpoTenHoB C u
S, anTuTpoMOuHa. OOHApPYKEHO COYETaHUE TeTe-
pozuror MTT'®P, F13, romozurotst GG MCP.

BcenenctBue panHero ne0ioTa W peUUANBOB Iiepe-

OpOBacKyJISIpHBIX COOBITHII Ha (hOHE PeryssIpHOTO MpH-
eMa pEKOMEH/IOBaHHON Tepanmuu B TOJHOM oOO0beMe,
OTCYTCTBHS 3HAUUMBIX CEPACYHO-COCYAMCTHIX (haKTo-
POB pHCKa MAaIlUEHTKE MPOBEAECHBI MCCIIEAOBAHUS A
UCKJIIOYEHUS] APYTUX BO3MOXKHBIX NPHYUH Pa3sBUTHSA
WIIEMHUYECKOTO HWHCYJAbTa — aHTH(OCHOIUITUAHOTO
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CHUH/IPOMA, OTKPBITOrO OBAJbHOTO OKHA, TMIIEPTrOMOLIU-
crenHeMud. [laTororun He BBIABICHO.

Hanuure y maumeHTKH NpOTEeHHYPHUH, KOXKHBIX IPO-
SIBJICHUW, KapTUHBI MUKpoaHruonatuu Ha MPT ronosHo-
ro mo3ra 1o kpurepusam STRIVE, anemMun u npu3HaxkoB
JIUCTaJbHOM CEHCOPHOI MOJIMHEBPONATHH (B aHAMHE3€)
YKa3bIBAJIO HA HEOOXOIMMOCTD UCKITIOUEHHSI CHCTEMHOMN
MaToJIOrMH, 8 IMEHHO, OOJe3HEH HAaKOTUICHHSI WIIN ayTo-
WMMYHHBIX 3a00sieBaHHi. B CBsI3M ¢ 3THM OBUTH TIpOBe-
JICHBIL:

* re”HoTunupoanue g uckiodenus AT TR-amuno-

U703a: pe3ysIbTaT OTPULIATEbHBII;

* TEHETUYECKOEe MCCIEeIOBaHHE Ha HajJudue MyTa-
nuii B reie NOTCH3: CADASIL uckiroues;

* B3AT Ouomarepuain 1uia ckpunuHra b®d meromom
CyXUX MATeH (A7 ompeneieHds KOHIEHTpaluu
o6uomapkepa lyso-Gb3 B cyxux msATHaxX KpoBU Me-
TOJIOM TaHJIEMHOW Macc-CIIEKTPOMETPHUH).

22 ceHtsa6pst 2023 1. ObUT IOTYYEH PE3yIbTaT CKPH-
HuHra Ha b® — noBeienne konueHtpauuu lyso-Gb3
mo 9,88 ur/mn (Hopma < 2,0 mr/min). Ilocienyromee
MOJICKYJISIPHO-TEHETUYECKOE HCCIIEJOBAHHE METOIOM
CeKBEHHpOBaHUs 1o CaHTepy BBISIBUIIO NTATOT€HHBIA HY-
KIICOTUAHBIN Bapuant chrX: 101398906 C > T B retepo-
3UTOTHOM COCTOSIHUU B reHe GL.

Ha ocHoBaHWMM KIMHUYECKHUX TIPOSBICHHUH, OWO-
XUMHUYECKUX U MOJIEKYISIPHO-TEHETUYECKUX JTAaHHBIX
ManyeHTKe OBUT MOCTaBIIEH MUarfo3: 0oje3np dabpu
(mytamus rera GLA ¢ 680G > A, MOBBIIIEHUE TIO-
ooTpuaosuiiepamuia a0 9,88 Hr/mi).

B nanpHelimeM manueHTKa MpoxoAuia oOciemoBa-
Hue B KinnHuke peBmMaTonoruu, Hepoiaoruu u npodma-
tosnioruu uM. E.M. Tapeesa Ilepsoro MI'MYVY um. U.M.
CeuenoBa. beut npoBesieH pAn UCCieAOBaHUi, B 9acT-
Hoctu, npu MPT cepainia BbIsIBIEHa YMEPEHHO BbIpa-
skeHHast acumMmerpuuHas [JDK — ronmuna 13—-14 mum;
0(TaTbMOIOTHUECKOE HCCIIEOBAHNE OOHAPYKHIIIO BUX-
PEBYIO KEPATOIATHIO, IO/ 3aIHEH KaICyJION XpyCTaluKa
MTOMYTHEHHE N0 TUITY «CIHI» KoJeca, JUCK 3pUTEIHHOTO
HepBa 0e3 ocobeHHocTel. bonpHas BBITTMCaHa C TUATrHO-
3oM: «boneszns @abpu (Mytanus rena GLA ¢.680G > A,
MOBBIIICHHE TI000TpUao3mwichuuronna no 9,88 Hr/
M) ¢ mopaxenueM cepana (IJDK), nearpanbsHOil HepB-
HOM cucTeMBbl (TpaH3UTOpHAs HWIIEMUYEcKas araka oT
04.2023, wmemunaeckunii nHCYNBT oT 08.2023), mouex,
opraHa 3peHus (BUXpEeBHIHAs KepaTomarus), nepude-
pUYECKO HEPBHOW CHCTEMBI (IIOJIMHEBPOIIATH, aHAM-
HECTHUYECKH ), KOXKU (aHTHOKEPATOMBI ).

B paMkax KackagHOTO CKpMHHUHTA MPOBEICH aHAIIN3
POIOCIIOBHOH ¢ MEIUKO-T€HETHYECKUM KOHCYJIBTHPOBA-
HueMm. [lanuentka umeer nByx cbiHOBei. CTapmemy —
32 rona, 310poB, b® npu reHeTU4eCKOM TECTUPOBAHUUN
He BbIABIeHAa. MuagmeMy — 13 5ieT, uMeeT 3MHu307bI
KTydrX 00JIeH B CTOMAX, YCHIMBAIOIIUXCS IPU PH3NUe-
CKOHM Harpyske, a Takxe nepuoandeckue 6omu B obna-
ctH cepaua. [eHeTnyeckoe o0cenoBanue BoIsIBIIO bD.

B HacTosMi MOMEHT MAaLMEHTKA U €€ CbIH BKIIIO-
YeHbl B PETHOHANBHBIA TepedeHb penkux 3aboreBa-
HUM ¥ MOJy4arT 3aMECTHTENbHYI0 (EpPMEHTHYIO Te-
parnuio 3a CYeT CPEACTB 00s3aTeILHOTO MEIUIIMHCKOTO
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cTpaxoBaHUs. 3a BpeMs HaOMIONEHHS NPOrpecCUpoBa-
HUe 3a00J1eBaHMsl HE OTMEYAJIOCh. XPOHOJIOTHUS BBIIIE-
OTIMCAaHHBIX COOBITHI MpencTaBIeHa Ha pHC. 3.

Oocyxnenue. [laHHOE KIMHUYECKOE HAOIIO/ICHHUE
JIEMOHCTPHUPYET PAa3BUTHE Y TMAlUEHTKH «KJIacCHUYe-
ckux» cuMmnToMoB b®, HaunHas ¢ JETCKOro BO3pacTa.
OcoOeHHOCTBIO TIPEJICTABICHHOTO CIIy4ast SBIISETCS
MO3IHsSI OCTAaHOBKA OUarHo3a. Tak, InarHo3 AaHHON
ManyeHTke ObUT YCTaHOBJICH B 52 TO/1a, YTO 3HAYUTEIh-
HO TIPEBBINIAET MEANAaHy BO3pACTa YCTAHOBKH JUArHO3a
B® (37,4 rona) B PO cornacHo pesynsTaraM crieluain-
3UPOBAaHHOTO peructpa [3]. XKokeHue B cTomax UMeIoCh
TaKXKe y MIIQALIETO ChlHA MALMEHTKU. KOTOpOEe, OJHAKO,
HE PACIEHHMBAIOCH TMEIUaTpaMu KaK TaTOJOTHYEeCKUN
MPU3HAK.

K nepBbiM niposieiienusim b® B qanHOM HaOJIOICHUH,
Kak U 'y OonpmmHCTBA 00IhHBIX b®, OTHOCHTCST HEBPO-
naruveckasi 00Jib — JMU30/bI Krydei O0MM B KHCTIX
M CTOmax, KOTOPbIE OOBIYHO BOHHUKAIOT B KApPKYIO TO-
TOy, @ TAK)Ke MPH HOBBILICHUU TEMIIEPATyphI TeJla WIN
¢usnugeckoit Harpyske. ConacHO TaHHBIM POCCHICKOTO
perucTpa, HeBpomarudyeckas 00Jb WM akpolapecrte-
3un uMeroTes y 74% maruenToB ¢ qokazanHoit b [3].
[lo pesynmpraram peructpa Fabry Outcome Survey

(FOS) st cummntomsl HaOmopaoTest y 76% MyK4uH
u 64% xenniun ¢ b®. Cpennuii Bo3pacT Hauana Ooie-
BOTO CHHApPOMA COCTaBISIET 9 JEeT y MyXuuH u 17 ner
y xeHiuH [4]. IIpu B® B OCHOBHOM mHOpakaroTCs
TOHKHE MHUEIMHU3UPOBAHHBIE BOJIOKHA (AJ-BOJIOKHA,
00ecreurBaroIne TaKTWIBHYIO M MPOIPHOLEITHBHYIO
YYBCTBHUTENBHOCTE), & TAaK)Ke HEMHEIMHU3WPOBAHHBIC
C-BOJIOKHA, OTBEYAOLIHE 32 OONEBbIE U TEMIIEpaTypHBIE
omytmieHus [5]. IlopaxkeHne TOHKMX aBTOHOMHBIX BO-
JIOKOH, BEPOATHO SIBJISIETCS IPUYMHOM AUCTUAPO3a/aru-
JIpo3a — OJHOTO U3 paHHUX U YacThIX (10 54%) [3] mpo-
spneHnit b®, nmesmmiics y namuerTkn. CyObeKTHBHO
MAIMEHTHI OMKCHIBAIOT 3TH MPOSIBICHUS KaK TIOXYIO Tie-
PEHOCUMOCTb JKaphbl W MOBHIIICHHE TEMIIEPATypPhl Tea
B KapKoe BpeMs rofa.

AHTHOKePaTOMbl — CKOTIJICHUSI MEJIKMX TEMHO-Kpac-
HBIX MSTKHMX Y3€JIKOB, 4alle Ha HepenHeil OproIHon
CTEHKE, B YaCTHOCTH, BHYTPHU WJIM BOKpYT ITyTKa, B Ia-
XOBOHM 00nacTv, Ha STOAMLAX, BEPXHUX KOHEYHOCTSX,
ryoax. MHorna aHrmokeparoMbl MOTYT OBITH €IMHUY-
HBIMH, HalpuMep, BHYTPU IIyIKa WJIA Ha CIH3UCTOU
000J104Ke MOJOCTH pTa. Y Hallel MarueHTKH aHTHOKe-
paTroMbl UIMEJH THITHYHYIO JIOKAIU3AILUI0 B TAaXOBOH 00-
nactu. CoriacHO JaHHBIM poccuickoro peructpa bd,

[TonrBepxnenne bP monekynspHo-

AxpomnapecTes3un, T€HETUYECKUM HCCIIEIOBAHUEM
YCUJIMBAOIIHMECS THUA B JIKb
npu (HU3HYeCcKon A VIV & BEE. Haznauenue }
Harpyske, HI'HOKEPaTOMBI Basitie KpoBHu 3aMeCTHTENBHOH
TUIOTHIPO3 Ha MOJIOBBIX THA 8 JIKb 1a B depmenTHOI
OpraHax Tepanuu

Puc. 3. XpoHonorus TeueHus 00JIC3HHU, KITFOUEBbIC COOBITHS

<}

Ipumeyanue. TUA — Tpan3utopHas umemuyeckas araka, JIKb — neBbrit kaporunnbiii 6acceitn, U — uiieMHYECKUIT HHCYIIBT,

BBb — Beptedpo-0asmapHslii 6acceiin, B® — bonesns ®abpu.

Confirmation of FD by molecular genetic

) testing
Acroparesthesia, TIA in LCT
aggravated by
physical activity, ‘ IS in VBT. Prescribing enzyme
hypohidrosis Anglokerat(?mas TIA in LCT Blood d‘rawn for replacement
on the genitals diagnosis of FD. therapy

<~ < NV
D 3T T YET) TR SN YD

Fig. 3 Chronology of the disease course, key events

Note: TIA — transient ischemic attack, LCT — left carotid territory, IS — ischemic stroke, VBT — vertebrobasilar territory, FD —

Fabry disease.
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Tab6numna 1

Kenmpnaer — 20-35

Kaununyeckoe nposiBjieHne Yacrtora B PD (%) Yacrora B Mupe (%)
AputMmun (00Imast 9acToTa) 10,6 27
Boim B )xuBOTE 27 2840
Junapes 20-25 20-30
3anopsl 15-20 20-25
TuaHUTYC Myxunabl — 35-40 Myxuunsr — 40-50

Kenmunaer — 30-40

Jemnpeccust U TPEBOXKHBIC PacCTPOMCTBA 40-50 40-60
Aptpanrust 12,7 43,2
Cy6¢ebpunurer 14,7 2,7

Frequency of some clinical manifestations of Fabry disease

Table 1

Clinical sign

Frequency in Russia (%)

Frequency worldwide (%)

Arrhythmia (overall frequency) 10,6 27
Abdominal pain 27 2840
Diarrhea 20-25 20-30
Constipation 15-20 20-25
Tinnitus Men — 35-40 Men — 40-50
Women — 20-35 Women — 30-40
Depression and anxiety disorders 40-50 40-60
Arthralgia 12.7 43.2
Low-grade fever 14.7 2.7

4yacToTa pa3BUTHA aHTHOKepaToM cocTasisieT 39,3% [3],
B MEXIYHApOIHOM PETHCTPe aHTMOKEPATOMBI UMEIOTCS
y 66% Myx4MH U 36% xeHmuH. CpenHuil BO3pacT UX
MOSIBJICHUS cocTapisieT 17,9 rona y myxkuus u 29,1 roga
y *eHIuH. [IpuauHON pa3BUTHS aHTHOKEPATOM SIBIISIET-
csl ociallieHue CTEHKH KalWJUIIPOB M3-32 HAKOIICHUS
IJIMKOC(UHTOJIUINIOB, YTO BEAET K COCYAUCTOH IKTa-
3UHM B dIHUAEpMHUCE U iepMme [6, 7].

Takoke ipu BO MoryT OBITH HAPYIIIEHUS PHTMA CEPJI-
11a, JKeJIyI0YHO-KHUILIEYHbIE PACCTPOHCTBA (B3AYTHE KH-
BOTa IOCJIE€ €lIbl, CIIa3Mbl U OOJNK B KMBOTE, YYBCTBO
OBICTPOTO HACKIIIECHUS, THAPEs, 3aI0pP, TONTHOTA, PBOTA)
apTpajruu, 31306l cyodedpunureTa. B npencrasien-
HOM KJIMHMYECKOM HAOJIONEHWU ITHX CHUMIITOMOB HE
Obu10. YacToTa OTAENBHBIX KIMHUYECKUX MPOSBICHUI
b® B monynsuuu naureHToB B Poccun u B Mupe mpe-
craBjieHa B Tao6mn. 1 [3, 4, 7].

VYV Hanieil MalueHTKH UMENNCh TPOTEUHYPHsI, TpaH-
3UTOpHAs SPUTPOUUTYpHS, Jierkas aHemust 1 [JDK (BbI-
siBJieHHasd Tpu nposenennu MPT cepnua ¢ ragonnHu-
em). [Iporennypust sBisieTCs OHUM U3 HanboJ1ee YacThIX
MIPOSABICHUN TOpa)KeHHsI opraHoB-muieHell npu bd.
Yacrora ee BbisiBIeHUs B PO cpenu nanuveHtoB ¢ bd
nocturaetr 40%, 4TO COMOCTAaBUMO C JINTEPATYPHBIMHU
naHHbIMU (44—54% wmyxuuH 1 33-41% sxenmun) [4].
QunbrpanoHHass (QYHKLIUS IOYEK Yy HAlHUEHTKH He
MOoCTpajaia, XOTs COIVIacHO JaHHBIM peructpa FOS,
Mporpeccupyloliee CHIKeHNe (DYyHKITMH MOYeK HaOIko-
naetcst npuMepHo y 50% mnamnuentoB. B kpocc-cekuu-
OHHOM HCCJIEAOBaHUH, BKIOUaromeM marueHToB FOS,
HEOOXOOMMOCTh B 3aMECTUTENBHOM MMOYEYHOH Tepanun
(TpaHCIUTaHTALMU WK Iuain3e) ObLIa 3aperucTprupoBa-
Ha'y 17% myxuwnn u 1% >xenmwH [8].

Knaccuueckass ¢gopma BD xapakrepusyercs mnpo-
TPECCUPYIOIIMM Pa3BUTHEM KapAHOMHOIATHH, BKITIO-
yaromeit [ JDK, MuokapanansHbeiit puOpo3 1 Takue cuM-
NTOMBI, KaK CTCHOKapAHs, CEepAleOMeHUE W OJBIIIKA.
Yacrtota I'JIDK B MeXOyHAPOIHOM PETUCTPE COCTABISET
y myxuuH 51-55%, y xenmmn — 33-38%. Cpenuuit
BO3pACT €€ BBIABIICHUS Y MyXIiH — 43—45 JeT, y keH-
e — 55 net [4], 4TO COMOCTaBUMO C JaHHBIMHU POC-
CHICKOr0 perucrpa. IMEHHO Iopa)xeHue cepAaua sBis-
€TCs OJHOM U3 OCHOBHBIX NMpUYMH cMepTH mipu bD [4].
ITaTorenes nopaxenus cepaua npu b ciaoxeH U MHO-
TOrPaHeH M BKIIIOYAeT B ceOs HE TONBKO HAKOIUICHHE
Gb3, HO ¥ MUTOXOHAPHATBHYIO TUCPYHKIHIO C TIOCIe-
IYIOLUIMM Pa3BUTHEM OKCHIATHBHOTO CTpecca M BOC-
NaJIeH!sl B MUOKapie. JTO MPUBOIUT K akTUBALMU (u-
Opo0iacToB ¢ (OPMHUPOBAHMEM HHTECPCTHIIUATIBHOIO
¢ubpoza u pemozenupoBaHuio cepaua. Bee 310 Bemer
K rurnepTpodun Muokapaa [9].

B® uyacTo mopakaeT LEHTPAIbHYI0 HEPBHYIO CH-
CTeMY, KaK 3TO U OBLIO B MpPEICTaBICHHOM HaOIioze-
Hun. B perucrpe FOS, Brmouatomem 4484 manuenTa
¢ b® u3 26 ctpan, yactora pa3BUTHS UHCYIBTOB CO-
crasmina 6-8% [4], B PO — 6,9% y myxunn u 4,3%
y skeHIUMH [3]. THCYABTHI Yalle BCTPEUAIOTCS ¥ MYXK-
YMH ¢ Klaccuyeckor ¢opmoii 6ome3nu. MHCYnbT pas-
BHUBAaEeTCs NpeuMyliecTBeHHO B Bo3pacte 20-50 ner,
y 20% GoapHbIX — 110 30 net [3, 4]. [IpuunHamu pas-
BHUTHS 11epeOpOBACKYyIAPHBIX cOObITHI Tipu bD sBms-
€TCA OKKIIIO3US MEJIKUX COCYA0B MO3Ta M3-3a HaKoIlIe-
aus B ouporennu Gb3. Tak, mokaszano, uro 0ojee yem
y 70% nun ¢ b® nopaxarorcs Menakue nepedpanbHble
cocynsl ¢ (OpPMHUPOBAaHMEM JIaKyHapHbIX HH(}apk-
ToB. KpoMme TOro, 3HaUYMTENBHYIO POJIb UIPAIOT OKCH-
JATHBHBII CTpecC W SHAOTeNHajdbHas JUCHYHKLHS.
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OTH (paKTOphl IPUBOAAT K MOBPEKACHHUIO COCYIUCTOM
CTEHKH, CHIDKEeHUI0 KpoBoToka. [10, 11]. Taxxe mpu-
YUHOW MHCYIIETA MOXKET OBITh (PUOPHUIUIAIUS TIpeIcep-
JIUH, pa3BUTHE KOTOPOM B PAaHHEM BO3pacTe XapaKrep-
HO mia bD.

3akmouenne. [IpencraBieHHOe KIMHUYECKOE Ha-
OmronieHNe MOTYePKUBAET BXKHOCTD TIIATENFHOTO cOO-
pa aHamHe3a, BKJIIOYas JACTaIbHYIO OLEHKY CEMEHHOro
aHaMHe3a, a TaKXXe HEeoOXOJMMOCTh BHUMATEIHHOTO
W3y4YeHHUsT MHOrooOpas3us KIMHUYECKUX MPOSBICHUN
op¢annbix 3aboneBanuii. Pannss quarnoctuka bd 3a-
TpyAHEHA M3-32 pa3HOOOpa3ws U HE CIIeU(PUIHOCTH e
CHUMIITOMOB, YTO TpeOyeT CHCTEMHOTO IMOIX0Aa K 00ce-
JTOBaHHUIO TIAIIMEHTOB C IIepeOpOBACKYIIIPHBIMHU COOBITH-
MU B MoJIoZioM Bo3pacte. [Ipu 3ToM, Kak 1 npu Ipyrux
OonesHsx HakorwieHus [12], cymecTByeT 3 QeKTuBHAas
(epMeHTO3aMecTUTENbHAs Tepanus, JocTynHas B Poc-
curickoil denepanyu.

KonuaukT umHTEpecoB. ABTOPHI 3asABISIIOT 00 OT-
CYTCTBHH KOH(IIUKTa HHTEPECOB.

dunancupoBanue. VccrenoBanre BBITOIHEHO 0e3
(UHAHCOBOM MOANCPKKH.
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