3 MUTAHb AIATHOCTUKU
3BEPHITbCA AO

dpocaae 3aropym,
TeA. (050) 358-42-14 -
30raAbHi MUTOHHS;
KarepuHa Xo6edaHy,
TeA. (050) 390-18-98 -
MeAWNYHi MUTAHHS.

AAA BUKAKOYEHHA XBOPOBU ®ABPI BUKOHAUTE AHAAI3 3A METOAOM CYXOI MAAMU KPOBI (DBS)

MPOCTUIN AHAJI3 KPOBI FEHETUYHUIA AHANI3

AHani3 akTMBHOCTI pepmeHTy a-GAL A Y XiHOK piBeHb aKTUBHOCTI GepMeHTy
MO>KHa NPOBEeCTN 33 METOLOM CyXOl MOXe ByTn B Mexax Hopmu. [ina

nnamm Kposi (DBS). Micna otpmaHHA niagTBEpPAXEHHA AiarHo3y xBopobu Pabpi
NO3UTMBHOIO pe3ynbTaTy B YONOBIKIB C/lif HeobxigHWI aHani3 JHK Ha HaABHICTb
nposecTtu aHani3 [HK ana nigTBeppXeHHA MyTauin y reHi a-GAL A.

xBopobu Pabpi Ta/abo BM3HAYEHHA MyTaLin
Y HOCIIB 3aXBOPIOBAHHH.

Nireparypa: 1. Desnick RJ, loannou YA, Eng (M. a-Galactosidase A deficiency: Fabry disease. In: Valle D, Beaudet AL, Vogelstein B, et al, eds. OMMBID -- The Online Metabolic and Molecular Bases of Inherited Diseases. New York, NY: McGraw-Hill; 2014. http://ommbid.mhmedical.com/content.aspx?bookid=474&sectionid=45374153. Last Accessed January 21, 2022. 2. Palecek T et al. Prevalence of Fabry
disease in male patients with unexplained left ventricular hypertrophy in primary cardiology practice: prospective Fabry cardiomyopathy screening study (FACSS). J Inherit Metab Dis. 2014 May;37(3):455-60. 3. Fabry disease and its cardiac involvement. Toru Kubo, MD. J Gen Fam Med. 2017 Oct; 18(5): 225-229. 4. Germain DP. Fabry disease. Orphanet J Rare Dis. 2010;5:30

Matepian npusHaueHuit BUKNKUHO Ana GaxiBLiB y rany3i 0XopoHM 380pOB'A.
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3ATAJIbHI 03HAKK TA CUMIMTOMW XBOPOBbU
NMOMIE 3 MI3HIM NOYATKOM Y JITEN'™

CKENETHO-M'A30BI'23

— OCTABMEHI/BIACYTHI PEGTIEKCH
_ CABKICTb SINLS0BIX M'SI3IB
_ 3ATPUMKA MOTOPHOTO PO3BUTKY
_ AHOMATIBHA (‘KAYYHA?) XA
_ HEMEPEHOCUMICTb ®I3UYHOTO HABAHTAXKEHHS
PECMIPATOPHI i — YACTI MATIHHS
' _ TPYAHOLLY MIAAOMY CXOZAMI
® BIlb Y M'I3AX
® CKOJII03 / KPUOMOIBHI NIOMATKY

»
FTACTPOIHTECTUHAJIbHI §

PECNIPATOPHI'3

m [INXAJIbHA HEOCTATHICTb

® CJIABKICTb AIA®PATMN
MOPYLUEHHA OUXAHHA YBI CHI
OPTOMHOE
OWCMNHOE

FTACTPOIHTECTUHAJIbHI'34

m [IEPCUCTYIOYA (XPOHIYHA) [IAPEA

® TPYOHOLLI XKYBAHHSA / CITABKICTb XXYBAJIbHUX M'AA3IB
m [I0FAHUIA HABIP / YTPUMAHHS BATU

®m VTPYAHEHE KOBTAHHSA/CITABKICTb M'AA3IB A31KA

KAPLIOJOrIYHI'*

m KAPJIOMETANIA / KAPAIOMIONATIA (MEHLL TAXXKA
TA PIALUE 3YCTPIHAETLCA, HDK V KITAGUYHIV
IHOAHTUIBHIA GOPMI XBOPOBM MOMIE)

XBopoba lNMNomne 9BASE COBOIO LLMPOKMM CMEKTP KAIHIYHMX dDEHOTMNIB, PI3HOIO LLIBUAKICTIO
NPOrPECYBAHHS, MOSBOIO CUMMMATOMIB, CTYMEHEM TIKKOCTI YPOXKEHHS OPraHiB. KAQCHMYHA iIHDAHTUABHO
doopma xBopobu NMomne (akTmBHICTb GAA<I%) € BiAbLL TIXXKOI | 6€3 BIACYTHOCTI AiKYBAHHS MALLIEHT
303BMYAM MOMMPAE MPOTATOM MEPLLOTO POKY XMTTI. AiTW T AOPOCAI 3 XBOPOOOIO NMomne 3 NizHim XBOp06a
MOYATKOM MOXKYTb MATU MEHLLI TIXKKIi CUMMATOMM B KOPOTKOTPUBAAIM MEPCMEKTMBI, AAE B HUX MOXYTb NOMME
PO3BUHYTUCS CEPMO3HI PECMIPATOPHI MOPYLLEHHS TA MPOBAEMM 3 PYXOBOIO doyHKLLED. !




%

ANrOPUTM PAHHBOI AIATHOCTUKK
XBOPOBbM MOMIE 3 MI3HIM NOYATKOM (Xnm)®

AHAMHES + KNIHIYHAN OrNag + KoK

A

MO3NTUBHWIA

A

HEFATVBHIN

.

MOBTOPHUWIA

AHATI3 HETATVBHIAI]

IHLWI HEPBOBO-M’A308BI
3AXBOPHOBAHHS

—

y

MNO3NTUBHMNIA

MOJEKYNAPHO-TEHETUYHUIA

AHANI3

l

NIArHO3 XBOPOBU MNOMIE

MYTALIS MYTALISt HE AKTUBHICTb AKTUBHICTb
BUSIBIEHA BUSIBMEHA OEPMEHTY ®EPMEHTY
(TETEPO3UrOTA?) 3HIDKEHA HOPMAJTbHA

(XMNn) Xsopo6a Momne 3 nisxim nodatkom  (K®K) Kpeatundhocchokinaza (GAA) Kucna a-rnioko3naasa  ApnantoBado 3 matepiany Musumeci O, et al, 2016. 3

3 nuTaHb fiarHocTMKN 3BepHiTbeA A0: Aipocnas 3aropyii, Ten.: (050) 358-42-14; Katepuna Xobeany, Ten.: (050) 390-18-98

AHANI3 AKTUBHOCTI FEHA

Y TKAHUHAX

l l

!

NIArHO3 XBOPOBY MOMIE

(MIMOBIPHO, HOBA MYTALII)

J Rare Dis. 2016;11(1):65. 4. Kishnani PS, et al. Genet Med. 2006;8(5):267-288. 5. Musumeci O, et al. J Neurol Neurosurg Psychiatry. 2016; 87(1): 5-11.

Mocunanns: 1. Kishnani PS, et al. J Pediatr. 2004;144(5 Suppl):S35-43. 2. AANEM. Muscle Nerve. 2009;40(1):149-160. 3.van Capelle Cl, et al. Orphanet
6. Toscano A, et al. Acta Myol. 2013;32(2): 78-81.

3aniA03pUTH XBOPOBY MNMomne:®

PECMIPATOPHUX CUMIMTOMIB

3 TauieHtv 3 acumnTomaTniHolo rinepKPKemieto

BippaHicTb npobnemi nauieHTiB i3 xBopoboto MNomne

3anNpPONOHOBAHMI AATOPUTM PO3PI3HIE (MICAS BUBYEHHS iICTOPIT XBOPOOU, HEBPOAOTIHHOIO
OrASAY TO PYTUHHUX AQBOOPATOPHMX AOCAIAXKEHB) TPW PEHOTUMM, MPU AKMX MOXKHA

1 MauieHTH, 9Ki AEMOHCTPYIOTb CAQDKICTb MPOKCHUMAAbHMX/AKCIAABHMX M'43iB, 3 000 Be3

XBOp06a

2 TIOLIEHTH, KMX CTPAXAQIOTb HO PECTPUKTUBHY AMXAABHY HEAOCTATHICTb MOMnE

Mpotarom 30 pokis Sanofi Genzyme po3BuBaE Ta 3abe3neuye Nporpamm Ta NOC/yrv Ans NaLieHTiB, AKi CTpa)kAalTb Ha PiaKiCHI AereHepaTUBHI 3aXBOPOBaHHS.
AKLEeHTYIour yBary Ha pigKiCH/X 3aXBOPIOBaHHAX Ta PO3CiAHOMY CK1epo3i, MV MPUCBATUIN cebe NOKPaLLEHHIO XNUTTA MaLi€HTIB Ta IXHIX CiMen.

TOB “CaHogi-ABeHTic YkpaiHa”, YkpaiHa. Agpeca: Byn. KunaHcbka, 48-50A, m. Kuis 01033
Ten. (044) 354-20-00, dpakc (044) 354-20-01. MAT-UA-2000156 26.09.2022
sanofi.ua, rare-diseases.com.ua
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