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XBopoba Pabpi (XD) e J1130COMHOI0 XBO-
po0O0I0 HAKOIMYEHHS, IO YCIAIKOBYETHCS
3a X-3YeIJIEHUM THUIIOM. 3aXBOPIOBAHHSA IIO-
Bs13aHo 3 myramisvu B redil GLA, mo mpu-
3BOAUTE 0 AeIIUTy (PepMeHTy a-TaJaKTo-
sugasu A (a-Gal A) 1 HakxonwmdyeHHI TIIIKO-
ciHTOMImIAIB y PIBHUX KJIITHHAX OPTaHI3MY,
y IIEPIILy Yepry III000TPiaosuiIiepamMiay Ta IiIo-
6orpiaoauinchiuroauny [1, 2]. [lommupenicts
XO® B CHIA crmamae 1 xBopuit Ha 40—60 TH-
ca4u Bigmosiguoro HaceneunHs [3]. Ilpu mepe-
PaxyHKy IIUX I[P HA Y0JIOBIUE HACEJEHHS
Vrpaiau cramom zHa 01.01.2017 — pospaxyH-
KOBa KIJbKICTH marledTiB 3 XO cTaHOBUTH
Big 778 mo 1166 oci6 [4]. 3rimHo 3 maHUMH
I'pomagcrkoi coiarn «Opdanul 3aXBOpIOBAH-
Hsa Ykpaluw» B YKpaiHl CTAHOM Ha YepBeHb
2023 pory miarmoctoBaHo 25 ocido 3 XD [5].
KilxiuH]l IposBM BKJIOUYAITH: aKporapecTe-
3i1; HOMyYTHIHHS POriBKH; Iimo- a00 aHT1Ipoa,
aHTIOKepaToMu; 00JI1 B KHUBOTI, HYIOTY, OJIIO-
BaHHSA, Jiapelo, 3aKper; IIPOTEeIHypll, XpPo-
HIYHY XBOpOoOy HUPOK; empeciio, TPUBOTY;
rimeptpodio JIBOTO IIJIYHOYKA, CEPIEBY He-
IOCTATHICTD, AaHOMAJIII KJIallaHIB, TPAH3UTOP-

* Po60Ty BUKOHAHO 34 BJIACHOI 1HII[IATUBY aBTOPIB.

Hi 1IIeMIYHI aTaKH, 1IIeMIiuHl 1HCYIbTH [6-9)].
OpHak, Iedrl JOCHITKEeHHS II0BIIOMJIAIOTD
IIPO O3HAKU YPAKEHHS eHIOKPUHHOI CUCTEMU
Yy BUIJISII1 T1IIOTHPE03y (4acTo cyOKJI1IHIYHOTO),
BTOPUHHOTO TiIlepHapaTHpPeo3dy, HaJHHUPKOBOI
HemocTaTHOCT1, dedimury BiTaminy D, mwuc-
dyukIii rimodisa [10-13].

AJropuT™ J1arHOCTHUKM Y YOJIOBIKIB BKJIIO-
vae BUMIpOBaHHS akTuBHOCTI a-Gal A ugac-
TO B HOEMHAHHI 3 FeHeTHYHUM MYTAIIAHUM
amasizom rera GLA (mpu aktuBHOCTI 3—35%);
y $KIHOK — IeHeTHYHEe TeCTYBAHHS 1 B PIAKUX
BHIAIKAaX OIOICII0 ypaskeHoro OpraHy Y’ TKa-
HuHr. OCHOBHHM MeTOJ JIKYBaHHS IMOJISATae
B IIpoBeJeHHI epMeHTO3aMICHOI Tepamii
(O3T) pexomOIHAHTHO JIIOACHKOI0 abda-ra-
naxrosugasorw A. B Vrkpaiui sapeecTpoBano
OBa JIiKkapchKl 3acobu mia nposemeHas O3T:
arasicugasa aabda (Replagal®) ta aramxcuna-
3a 6era (Fabrazyme®) [4].

Knimivauit sunagox: Y ceprui 2023 p.
10 HEBPOJIOTIYHOI'0 BIIJIEHHS 3 METOI IIPO-
Benenusa O3T mpemaparom arasicupasa Gera
OyJi0 rociiTasrizoBaso maiieHTry A. (34 pokiB)

ABTOpU rapaHTYIOTh MOBHY BIAMOBIJAJIBHICTE 34 BCE, IO OITy0JIIKOBAHO B CTATTI.
ABTOpU rapaHTYIOTh BIJICYTHICTh KOH(JIIKTY 1HTEpEeCiB 1 BJIACHOI (pIHAHCOBOI 3aI[1KABJIEHOCTI P BUKOHAHHI

poboTu Ta HAIWCAHHI CTATTI.
Pyxkonuc mamgi#imos mo pegakiii 20.11.2023.
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Ta 11 goubky, marieHTry b. (19 poxis). Ob6uaBi
HAIllEeHTKN CKAPKUJINCHL HA IIeplogudHe Bi-
YyTTSA MEUIHHA B IAJBIAX PYK 1 HIT, HAIaIu
00110 B cyryi00ax, O1JIbIlTe KOJIHHHUX 1 JIIKTHO-
BHUX (4aCTO IIPOBOKYIOTHCS 3MIHAMH IIOTOJIH,
MOJIETTIIYIOTHCA IIPU HPUMOMI BAHH 3 IIPOXO-
JIOJTHOIO BOJOI0); BAYKKICTD Y ITIePEeHEeCeHH] M-
BHUIIEHOI TeMIIepaTy Py TiJIa Ta HABKOJIHUIITHBO-
r'0 CEepeIoOBUIINA; aHT1IP03; IMEePIOJUUHY IIOSIBY
Ha IIKIpl aHTIOKepaToM; BUPAKeHy 3arajabHy
caabicTh; TPYAHOIIl IIPH XO4b0l HA BeIHMKI
nucraniii. [TamieaTka A. BBaskae cebe XBOPOIO
3 NUTHHCTBA, KOJIM BIEPINe BUHUKJIHU IIOPY-
IIeHHS (PYHKI[] HUPOK Y BUTJISAAl XPOHIYHOTO
mienoredgpury. [lamiertra B. — 3 8—10 poxis,
KOJIM BIAMITHJIA TIOSIBY BUCHIIAHb Ha IMKIpl
IO THUIIy aHTioKepaToM. Pe3yapTaTw Orsiay
Ta JOOATKOBHX 00CTEMXEeHDb 000X IIAIlleHTOK:
y HEBPOJIOIIYHOMY cTarycli — 0e3 I1aTojoriy-
HUX 3MIH; 3araJIbHUM aHaJIl3 KpPOoBl — He-
3HAUYHe IIJBUINEHHS KIJIBKOCT1 JIIMQOIIHUTIB,;
O0lOXIMIYHHI aHAaJ13 KPOBl — [eIN0 3HUMKe-
Ha (pariisa aab0yMiHIB;, 3arajJibHAM aHAIi3
ceul — 0e3 maTOJIONIYHMX 3MIH, aHaJIl3 cedl
Ha Mikpoaanbyminypio (+); EXO-KI' (y mai-
€HTKHU A.) — pO3IINPEeHHd JIIBOTO IIepeICcepIs;

EKI' (y mamienten B.)) — cunycoBa apurmis;
IPY OTJISAAl ITKIPH — IIOOJWUHOKI aHT10KepaTo-
mu, aurigpos; TTTL, T3, T4 sinpuwmit, AT-TIIO,
apaTropMoOH, KaJbIii — y MeKaX HOPMIU.

Cuu manieHTKn A. Mae 03HAKH KJIACUU-
Hol XP. Bramae cebe xBopuM 3 4 POKIB, KOJIHU
BIIepIlle BUHUK BUCHUII II0 TUIY aHTIOKEpaTOM,
1[0 CYIIPOBOIIKYBABCA IIIJBUIMEHHSIM TeEM-
neparypu Tiga (pmc. 1). Came mosiBa maHuX
CUMIITOMIB y CHHAa malileHTKu A. 3mycmia
3BEPHYTHUCH 34 JOIOMOI0I 3 METOK MOIIYKY
NpUYUHHA. 30KpeMa 0aThbKO MAI[leHTKH A. MaB
CXO0%K1 CHMITOMM 1 IIOMep y BiIll 52 POKIB BIJ
XpoHiuHOI HHpPKOBOI HemocratHocTi (XHH)
(pmc. 2).

CoouaTky giartoa 0yJi0 BCTAHOBJIEHO CHHY
namiedaTen A. y 2017 p.: aktusHicts a-Gal A
0,3 MrMoIB/I/Tom; 1MeHTU(IKOBAHO MyTAaI[llo
reny GLA ¢.1025G > A (p.Arg342Gln). Ilorim
y 6arbpra namienTku A. B 2018 p. 6yJio miaTsep-
IKeHo HasBHICTL MyTarii reny GLA Ta Bcra-
HOBJIeHO miarHo3 X®@ (paHille BHCTABJISIHN
xBopo0y Pammio—Ocmepa—Bebepa). ¥V 2019 p.
B mamienTeu A. ta B 2021 p. B mamiedateu b.
Oys0 BHUsIBJIEHO Ty camy myrario. ¥ 2019 p.
CHH HallleHTKH A. oTpuMAaB IepIny 1HQya3iio

Puc. 1. MHOKUHHEI aHTMOKepaTOMH.
Anrioxeparomu — 11e J0OPOSAKICHI HEeKJIACHU(DIKOBAHI CYMHHI yTBOPEHHS y BUTJISA I TEMHO-UePBOHUX
a00 YOPHUX MAILYJI, By3JIUKIB ab0 OJISIIOK, 1110 acOI[if0BaHI 3 eIriepMaJIbHO0 IillepIiasieio
(axkanTO30M 2060 rimepkeparo3om) [14].
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Puc. 2. Ponunne nepeso maiienTeu A.
Cuu namientru A. (V, 1) ra noubka (V, 2) marooTs BecraHoBIeHUM niaruo3d XO; apyra moubka (V, 3) 3moposa.
Barexo mamientrn A. (I11, 6) momep y Biti 52 p. Big XHH, mepewnic incynsr. Jansro (111, 5) momep
y Bimi 32 p. Big XHH. aaexo (111, 4) momep y Bimi 49 p. Big XHH. Jansko (111, 3) momep y Bii 45 p. —
npuunza HeBigoma. aaeko (111, 2) skmBuii, xBopie XpOHIYHOI XBOPO00O HUPOK, Ma€ BUCHII Y BUTJISAL
anriokeparom. Tirka (III, 1) — momepsia HemoBsiM, mpuumHa cMepTi HeBigoma. badycsa (11, 2) momepsa
MOJIOJION0, MaJia BUCHII y BUTryIsiAl auriokeparom. [Ipaginycs (I, 1) maB cxosxi cuMmmTomu.

®O3T mpemaparom araicumasa O0era. Cramom
Ha 2023 p. BigMivyae 3HUKEHHS YaCTOTH Ha-
majgiB HeHpPOIaTUUYHOrO 0010, pe3yJabTaTHh
OCTaHHIX 00CTeskeHb B Meskax Hopmu. Ilarri-
eaTku A. 1 B. Hapasi mpomoBxyOTh JIIKYBaH-
Ha O3T kosxul 2 THKHI TA BIAMIYAOTDH HOSABY
TOTOBU1JICHHS.

O6rosopenus: [Ipu X® nmedimur a-Gal A
MIPHU3BOIUTH JIO IIPOTPECYI0YOr0 HAKOITMYECHH
TIIKOC(IHTOMIIIIIB TPAKTUYHO ¥ BCIX KJIi-
THHAX OpraHiaMy. Xoua BHUOAJKU JAaHOIO 3a-
XBOPIOBAHHS CepeJl HaceJleHHs YKpalHW 0-
CHUTH PIAKICHI, TAIIEHTH MOKYTH MATH BUCOKY
BaplabeJIbHICTh KJIIHIYHHUX IIPOSABIB. 30KpeMa,
IesKl JOCTIIMKEeHHs TOBOIATH, 1o Impu XD

3IaTHI BUHUKATH €HIOKPHUHHI ITUCHYHKINI,
TakKl AK CyOKJIIHIYHA HaJHHPKOBA HEIOCTAT-
HICTH, CYyORJIIHIYHUHA MePBUHHUN IIOTHPEO3,
BTOPUHHUHN Tiepraparupeos, medilluT BiTa-
Mminy D, rimomiTyiTapusm, IOPYIIEHHS CIIEp-
MAaTOreHe3y B YOJIOBIKIB Ta MEHCTPYaJIbHO-
ro MUKy B KiHOK [10-13]. Vpaskenusa 3aioa
BHYTPIIIHLOI ceKpelrii, 3okpeMa rimodiay,
IMIUTOBUIHOI 3aJI03U, HAJHUPKOBUX 34JI03,
MMOBIPHO, 3aJIEKUTH BlJ BIJHOCHO BHCOKOI
BACKYJIAPU3AI[il Ta HU3bKOI IIBUIKOCTI IIPO-
miceparrii [11, 13]. Onucanuii BUIIAIOK PO3-
BUTKY MAHTIIOOITYITApU3My Ta CHUHIPOMY
(IOPOKHBOI0» TYPEIBKOTO CiJJia Ha MAaTrHIT-
HO-pe30HaHCHI1M Tomorpadili rOJOBHOI'O MO3-
ky B mamieHnten 3 X® [13]. IloBimommasmocs
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PO HAKOIIMYEHHS TJIIKOChIHTOMIMIAIB ¥y TKA-
HUHAX IUTOBUIHOI 3ay03u Ta roHang [15, 16],
a TAKOK IPO PLAKICHI CTAHH, IIOTIOHI J0 aKpPO-
meramii [17]. Xoua HaIml DalfleHTKH He MaloTh
IOKa31B eHJOKPUHHOI AucYHKIT BHACIIIOK
XD, po3risan JAaHOIO 3aXBOPIOBAHHS 3aCJIy-
rOBy€ yBarwu, OCKLJIIBKM TaKl PIAKICHI IPOSBU
XBOPOOM (IK HATIPUKJIAT, TIIIOTHPE03) MOKYTH
TAKO OyTH CIPHUYMHEH]1 caMe HAKOIHYeH-
HSIM IVIIKOC(IHTOIINIIIB 1 perpecyBaTH micJis
rpuBasol ®3T [18]. A metiporrarnuni 60J11 MO-
JKYTBH 1IMITYBATHU TOJIHeHpomarili mpu 1HITUX
3aXBOPIOBAHHIX, HATPUKJIA IIPHU IIYKPOBOMY
miaberi. XD mpomycrkaeThess abo He aiarHOC-
TYeThCS BYACHO, IO MOKe HeTaTHUBHO BIIJIU-

HYTH Ha MOYATOK Ta YCHIIITHICTH JIKYBaAHHSI.
Tounuit q1arHO03 I03BOJIATH ITPOBECTU PAHHE
BTpy4uaHHsa 3a poromororn DP3T, mob 3amobdir-
TH TPOTPECYBAHHIO JO OPTaHHOI He0CTaTHOC-
T1 Ta IepeauyacHol CMepTi, a TAKO0K IIOKPAIIH-
TH AKICTH KUTTA HamieHTis. Tomy HeoOX1IHO
MIABUINYBATH 3araJibHy 0013HAHICTH mTpo XD
cepel JIKaplB Pi3HUX CIIelaJIbHOCTeH (eHI0-
KPHUHOJIOT1B, HEBPOJIOT1RB, JepMaTOJIOT1B, Hed-
POJIOTIB, PEBMATOJIOTIB, KaploJIoriB, ClMel-
HUX JIKapiB). A QYHKIIO eHJOKPUHHOI, Hep-
BOBOI, CepIeBO-CYyIMHHOI, HUPKOBOI Ta 1HIIHUX
CHCTEM y JAHHUX MAIIEHTIB CJI1J YBAMKHO MOHI-
TOPYBATH.
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XBopoba Pabpi — 1e X-3uelrjieHa JI130COMHA XBOP00A HAKONUYEHHS, AKA BUKJIUKAETHCA MYTAL[IAMN
B reuil GLA, 1m0 mpusBoguTs 10 AeIUTy a-raJakTo3uIas3u A 1 Iporpecyovoro HaKOIIMYEeHHS TJIIKOChIH-
TOJIITTIB y PI3HUX KJIITHHAX OpraHiaMmy. TUIOBHMHU KJIIHIYHUMHK IPOSIBAMH € aKpolapecTeaii, IOMYTHIH-
Hs POTiBKH, TimeprpodidHa Kapaiomionaris, TIIOT1IPo3, 1HCYJIbTH, IIPOTEIHYpPis Ta XPOHIYHA HUPKOBA
"HemoctaTHIicTh. [IpoTe Bimomo 1 mpo piakricHI o3HAKM eHOOKpUHHOI nuchyHkIiii. J[iarHocTuka BIIHOCHO
IpPOCTa Y YOJIOBIKIB, IIPOTE Yy *KIHOK BOHA CKJIAIHIIIA Yepe3 BUCOKY Bapiabe ibHICTh (DepMEHTHOI aKTUBHOCTL
a-ranarro3ugasu A. Tomy BaskIMBO POSIIUPIOBATH KOJIO CITEI1aJIICTIB, 0013HAHUX IPO 0O3HAKH JTAHOTO 3aXBO-
PIOBAHHS, OCKIJIBKH IT1IIBUIIEHHS KJIIHIYHOI HACTOPOYKEHOCT1, AKICHUU OrJyIsig Ta 301p CIMEHHOTr0 aHaMHE3y
€ 0CHOBOI0 PAHHBOTO BusaBJIeHHs xBopoou Mabpi. JIikyBaHHSA Ha CHOTOMHIIIHIN JeHb MOJISITae B IIPOBEJICHHI
depMenTO3aMICHOI Tepamii pekoMOIHAHTHO JIICHKOI d-rajlakTo3umas3on A. Mu moBigoMseMo Ipo BUIIa-
ok xBopobu Pabpi B marmienTKky 34 poKiB 1 ABOX 11 aiTeii: cuua (16 pokis) Ta MoHbKY (19 POKIB).
Knwuosi cmoBa: xBopoba Pabpi, anbda-ramakrosugasa A, pepmeHTo3aMicHa Teparris, 1HCYJIbT, XPO-
HIYHA HUPKOBA HEJIOCTATHICTh, AHTI0KEPATOMH.

FABRY DISEASE AS A SPECTRUM
OF LATENT MULTISYSTEM MANIFESTATIONS

A. S. Chabanoval, O. G. Kotsyuba!, O. D. Shulga'?

I Communal enterprise «Volyn Regional Clinical Hospital», Lutsk, Ukraine;
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Fabry disease is an X-linked lysosomal storage disease caused by mutations in the GLA gene, resulting
in a-galactosidase A deficiency and progressive accumulation of glycosphingolipids in various cellular sub-
stances. Typical clinical manifestations are acroparesthesia, corneal opacities, hypertrophic cardiomyopathy,
hypohidrosis, strokes, proteinuria, and chronic renal failure. However, rare signs of endocrine dysfunction are
also known. Diagnosis is quite simple in men, but in women it is more difficult due to the high variability of
a-galactosidase A enzyme activity. Therefore, it is important to expand the circle of specialists familiar with
the signs of this disease, to worsen the increase in clinical alertness, a qualitative examination and collection of
family history are the basis for early detection of Fabry disease. Today, treatment involves enzyme replacement
therapy with recombinant human a-galactosidase. We report a case of Fabry disease in a 34-year-old female
patient and her two children: a son (16 years old) and a daughter (19 years old).

Keywords: Fabry disease, alpha-galactosidase A, enzyme replacement therapy, stroke, chronic renal
failure, angiokeratomas.
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