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MDKAUCUUNNIHAPHI NPOBJIEMA

XsopoGa @abpi nig Mackamu
zinepmpothii Miokapga, Kapgiomionamii
Ma HUPKOBOi HegocmamHocmi

Y mexxax oHnaitH-Be6iHapy «OpdaHHi 3axBoploBaHHs. XBopo6a Pabpi — sk HaAATH LUAHC NALiEHTY», OPraHi3OBAHOro
3a nigrpumkmn TOB «CaHodi-ABeHTic YKpaiHa», AOCTYNHO # FPYHTOBHO 6yno HaOAAHO cyuacHy iHpopmaLlilo Npo ocHOBHI
KAiHiYHi NPOSIBU Ta AETANbHO PO3KPUTE NMUTAHHS 3a6e3neyYeHHs AiarHoCTUKM i NliKyBaHHS xBopo6u Pabpi (XD)

i3 nornsagy kappionora. CBoelo AymKoI0 i3 Lboro NpMeBoAy NOAINMBCS 3ABiAyBadY BiaAiny ilLueMiyHoi xBopo6u cepus

i Meta6oniuHnx nopywexs AY «HauioHanbHwmii iHcTUTyT Tepanii imeHi J1.T. Manoi HAMH Ykpainm» (M. Xapkis),
cTapLUMii HOYKOBMIA cniBpo6iTHUK, A. mea. H. Cepriit AHgpiioBuy Cepik.

C.A. Cepik y cBoill TOMOBi/i MPUILITKB yBary XBOpoOi HAKOMTMYEHHS
riKochiHroMmiaiB, 1wo Brepiie Gyo omicato 1898 p. Voranecerom
®ab6pi (Himewunna) ta Bimbsamom Annepconom (Benuka Bpuranist)
He3aexkHo oauH Bin ogHoro (Desnick et al., 2001). BuHuKHeHHSI 3a-
XBOPIOBAHHSI 3yMOBJIEHE T€HHOIO MYTAIli€0 Ha TOBIOMY TUTedi X-Xpo-
MOCOMM, B JIOKYci Xq22.1, 1110 BUKIMKAE OEDIlIUT O-rafakTo3uaasu A
(0-GLA) i HakonueHHs cyoCTpaTy — HeMTpaabHUX TIiKOChIHTOMIMiziB,
TOJIOBHUM YMHOM — rioboTtpiaosuniiepamini (GL-3). Tun ycnankyBaH-
Hs1 — X-34eTUIeHU 1 peLIMCUBHUI i3 HETIOBHOIO MEHETPAHTHICTIO Y KiHOK,
JUTSI YOJTOBIKIB K€ XapaKTepHa KjlacuuHa (popma MaToorii.

Kinounit peHotrn XD i3 6e3cMMITOMHUM ab0 JIETKUM TepediroM
TIOSICHIOETHCSL (PeHOMEHOM iHAaKTHBALlii X-XpOMOCOM (J1aiioHizarliero) —
TIPOLIECOM, Y XOfli IKOTO iHAKTUBYETBCS OIHA 3 IBOX KOMill X-XpOMOCOM,
npeacTaBaeHuX y KiiTuHax. KoxeH opraH B opraHi3mi XiHKM Ma€e CBiit
BJIACHUI TTaTepH iHAKTHBALLiT X-XpOMOCOMH. Y XiHKU 3 Ie)eKTHAM TeHOM
B OTHOMY OpraHi 3matHi ekcripecyBatucs 60% ii 310poBUX X-XpoMOCOM,
TOZI SIK B iHIIIOMY — TIpaiioBat TiTbKH Ha 30%. Cummromu XM MOXYTh
Matu Mictie y 70% TeTepo3UroTHUX XiHOK. [HOM| IposiBY OYBAIOTh TAKMMM
X TSDKKUMU, 5K Y YostoBiKiB (Pinto et al., 2010).

3a maHumu peectpy namienHTis i3 X® y CLLA, nommpeHicTs XBOpoou
craHoBuTb Bin 1:40 Trc. no 1:60 Tuc. cepen YonoBikiB Ta 1:20 Tuc. — cepen
iHoK. Lleit moka3HMK Bapitoe y pisHuX KpaiHax. Harpuknan, B ABctpaii
nonmpeHicte X®P y 3araibHiil omysii ckianae 1:117 tuc., y Hopserii
3-TIOMiX YOJTOBIKiB — 1:17 THC. 3a IeIKMMU TAHUMU YacToTa Cepel Yoyio-
BikiB Moxe gocsraru 1:1600 — 1:3100. Tak, pe3y/IsraTii CKpUHIHTY TIOHAL
110 Tic. HoBoHapomKeHUX y TaiiBaHi BUSBUIM 3HUKEHHSI aKTUBHOCTI
0-GAL Ta xapakrtepHi mMyTariii 3 yactoroto 1:2400. ¥V xJ1omimKiB yacTota
mytartii [VS4+919G"A, 1m0 BUKIMKae KaprialbHuii BapianT XD, Oyna
1:1600. ITomiGHmMit CKpUHIHT 61M3bKO 37 THC. HOBOHAPOIKEHMX XIOMIUKIB
ripoBenu B Itanii, yacrora nediury o- GAL nocsrana 1:3100, y GibinocTi
Bunazkis (11:1) Bim3Hayammest MyTaltii, acolliiioBaHi 3 Mi3HiM, a He «KJlachy-
HUM» (Ie010T Y IMTSTIOMY Billi) eHOTHTIOM 3axBoptoBaHHsI (Germain, 2010;
Hsu, Niu, 2017; Wasserstein et al., 2018; Colon et al., 2017; Lu et al., 2018).

[Marorenes X® monsrae y nmpossi MyTaitii y Bursm aegimurty GLA,
1110 IPU3BOANTD 110 HakonmieHHs1 GL-3 y pisHUX GyHKIIOHATTbHUX KITiTH-
Hax OpraHi, IK-TO €HIOTEJTIOLMTH (KPOBOHOCHI CYIMHM), MOAOLIUTH (HUp-
KU), HEiPOHU (TaHIJIii BereTaTMBHOI HEPBOBOI CUCTEMM), KAPIiOMIOLIUTH,
TMpOBiIHA cucTeMa (ceplie), ToToBi 3a103u (iKipa) (Masson et al., 2004).

Koiniuni mpostBu X®, 3a ciopamu C.A. Cepika, BKIIOYAIOT:

1. Kapnianbhi cumnromu (Schiffmann et al., 2009; Kampmann et al.,
2002; Linhart et al., 2002):

o aputMmii (pibpusALisg nepencepap, IUTYHOUKOBI TaXikap/ii);

o aTpioBeHTpUKYJIsIpHi (AB) Giokanu;

® BKOpOueHHs iHTepBany P-R;

o uchyHKLIS KanaHiB (HeIOCTATHICTb MITPaIbHOTO i a0PTATbHOTO);

o rineprpodist miokapaa (I'M) niBoro nurynouka (JILI);

® 3HIDKEHHSI TOJIEPAHTHOCTI 10 (Di3MIHOTO HABAHTAXEHHS;

® DO3LIMPEHHS KOPEHs A0PTH;

e CTeHOKapis, iHpapKT Miokapaa (IM);

o ceplieBa HenocTtaTHicTh (CH);

parnToBa CMepTb.

2. HedpornoriuHi yck/1anHeHHS:

® TIPOTEIHypist;

® 3HIDKEHHS IIBUIKOCTI KITyooukoBoi (inbrparii (LLIKD);

® XpOHiYHA HAPKOBA HETOCTATHICTb.

3. Tepudepryna HeBpOMAaTisi, IO MPOSIBISETHCS:

® XPOHIYHUM 0O0JIEM;

o 0OJLOBUMMU KPU3aMU;

® [apecTe3isMu;

® TIOPYIICHHSM YyTIMBOCTI.

4. TlopymeHHsS MOTOPUKH IITYHKOBO-KUIIKOBOTO Tpakty (LLIKT),
1110 CYNTPOBOKYETHCSL:

® CIIACTUYHMM 0OJIEM;

o Jliape€ro;

®  METEOpPU3MOM;

® HYIOTOIO.

5. Hepmaronoriuni nposieu (Eng et al., 2006):

® aHTiOKepaToMa;

® Tinorizpo3 (cyxicTb MIKipu, HEMEPEHOCUMICTh CIIEKH, XOJNOIY
Ta (Pi3NYHKUX HABAHTAXEHB).

Tak, TMIIOBMM BBaXXa€ThCS HEBPOMATUYHUIA OUTb Y KiHIIiBKaX (aKporna-
pecTesii), 10 € PosSIBOM HeBpomaTii ApibHKX BomokoH Pabpi Ta, Biomo-
BilIHO, BinoOpaxkeHHsIM TUCHYHKIIiT HEUPOHiB MATOMI€NiHi30BaHMX i He-
Mi€JTiHi30BaHMX HEPBOBUX BOJIOKOH. Lleii mexyunii abo iHTeHCUBHMIA OilTb
Y KUCTSIX, CTOMAX BUHUKAE Y BITMOBIIb HA HEBEMKE 00JIbOBE TOAPA3HEHHS
YM TiABUILEHHSI TEMIIEPATypy HABKOJIMILHBOTO CepeIOBUIIA, 0COOIUBO
SIK peakilist Ha TeTuTy i rapstay Bomy. Moske CympoBOIKYBATHCh MapecTe-
3iIMU — OOJTICHMMM BiUyTTSIMU MTOKOIIOBAHHS YK TIOB3aHHSI MypaIlloK
y kiHuiBkax (Tavee et al., 2009).

Kpim nocriitHoro, XpOHiYHOr0 HEBPOMATUYHOTO OOJIO | aKponapecTe3ii
1151 XD xapakrepHi 00516081 Kpysu. Kpnsu ®adpi BUHMKAIOTh €Mi3001YHO
TIpY 3MiHi TTOTOMM, JTMXOMaHIi, Di3MIHOMY HABAHTaXEHH, CTPECi i TicIst
TMpUMaHHS anKoroo. bib cTae iHTeHCUBHIILIMM i HAOYBAE HECTEPITHOTO
xapakTepy. Moxe TpuBaTH Bill IEKITbKOX XBUJIMH JI0 JEKLTbKOX THXHIB
Ta He MUHA€E Ha TTi BBEJICHHS HAPKOTUIHMX aHATBreTHKiB. Kpuau yacto
CYIPOBOIXKYIOTHCS CyO(heOPHILHOIO TMXOMAHKOIO TA MiIBUILEHHAM LIBU/I-
KOCTIi OCiTaHHS €pUTPOLIUTIB, LII0 HEPIIKO MPU3BOAUTD 10 BCTAHOBJIEHHS
TOMWJIKOBMX AiarHO3iB; peBMATOIIHOIO apTPUTY, PEBMATUYHOI IMXOMAHKM,
apTPUTIB, epuTpoMiairii, cuHapomy PeiiHo abo «xBopoOu pocTy».

JluchyHKIlist BereTaTMBHOI HEPBOBOI CUCTEMM, 1110 TAKOX € MPOSIBOM
HEBpOMartii TOHKUX BOJIOKOH, TIpu3BoauTh 10 (Cable et al., 1982):

o nopyuieHHs Motopuku LLKT (noctnpaHianbHuii ciacTiiHumii 6itb
Ta 3MYyTTS KUBOTA, Aiapes, 10 BAHUKAE MEePiOANYHO, BiTIYTTS LIBUIKOTO
HaCUYEHHSI, HyJI0Ta, OJIF0OBaHHS, BTpaTa Macu Tija);

® TiMorizpo3, aHTiapo3;

® TIOpYLIEHHS TIPOAYKIIil CIMHM;

® TOpYLIEHHS 11epeOPOBACKYISIPHOTO KPOBOTOKY;

® 3HUXEHHS OPTOCTATMYHOTO CEPLIEBO-CYAUHHOTO KOHTPOIIO.

AHrioKepaToMy — YepBOHYBATI, 3 (hi0JeTOBMM BilTIHKOM TOYKOBi BU-
CUMAHHS Ha LIKipi 10 5 MM Y fiaMeTpi, 10 He OJ1iHYTh MPX HATUCKAHHi,

Ta6n. 1. Kniniuni npossu X® sanexHo Big Biky

Bik Mpossu

Hitv ra nignitkm | Akponapecresii

Anriokepatomu

YpaxeHHs opraHy 3opy, 0cobaMBO NOMyTHIHHS
poriBku

MopyweHns cnyxy

linorippos, axrigpo3

Hecneuudiuni nopyenHs GyHKuUii KULLEYHNKY
CroMmnioBaHicTb

<16 pokis

Binbw nownpeHi axriokepatomu
lMporteinypis, niniaypis, rematypis
Habpsaku

JIuxomahka

lino- Ta axrigpos
JlimpapeHonaris

YyTnusicts go Tenna

Hiapes ta 6inb y xueori

17-30 pokie

YpaxeHHs cepus

>30 pokie . .
P IHcynbT b0 TpaHaMTOpHa iweMivHa ataka

Mpumitka: Aganrosaro 3a C.M. Eng et al., 2006.

Ta6n. 2. MpuunHu cmeprTi nauieHTis i3 X

Npwanta cmepri Yonosiku XKinku

% cmepTen | Bik | % cmepTeit BiK
CepueBo-cyanHHa 40,0 55,5 41,7 66,0
Hesigoma 25,3 53,8 16,7 56,0
Llepe6posackynspHa 93 49,3 8,3 56,7
Hupkoea 8,0 55,5 8,3 74,3
IHdekuiHa 6,7 42,2 0 -
LLnykoBo-kuwkosa 4,0 44,9 0 -
OHkonoriyHa 2,7 61,1 25,0 63,3
PecnipatopHa 1,3 71,5 0 -
CyiunpansHa 1,3 31,3 0 -
IHwi 1,3 47,9 0 -

Mpumitka: Agantosaro 3a S. Waldek et al., 2009.
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C.A. Cepik

PO3TAIIOBYIOThCS Bl ITYIKa 0 00JIACTi CTETHa, 3yCTpivaroThes y 66% ma-
LIEHTIB Y0JI0BI4OI cTaTi Ta y 36% XiHok i3 X®D. Okpim TOro, iiMOBipHa
MOsIBa TeJIeaHTioeKTasiii, IKi pO3TalIOBYIOTbCS Ha AiISHKAX LIKIpH,
1110 3a3HAI0Th COHSIYHOTO BILUTMBY — OOJIMYYi Ta LIHMI.

CrenmgivanM cumntomoM X® TakoX € IOMYTHIHHS POTiBKH (BO-
POHKoMOoAiOHa KepaTornarist). MoxiuBi (hopMyBaHHSI 3aIHBOI CyOKarcy-
JISIPHOI KaTapaKTH i ypaxkeHHS CyIMH CiTKiBKH Ta POTiBKH.

OCKiIbKM Ha KOXKHOMY eTarti XXUTTsI TalfieHTa KiiHiuHi mposiBu XD
MaloTh crieludiuHi 0coOIMBOCTI, crikep HaaaB iH(OpMaLIilo Mpo BiKOBi
BiIMiHHOCTi CUMITTOMIB (Ta01. 1).

IMporpecysatnst X® € HactiIKOM TOCTYIIOBOro HakommieHHst GL-3.
Ha nouarkoBoMy etarti, Koy BiiOyBa€eTbcA AeOI0T PaHHIX CUMITOMIB
(mo 20 pokiB), BOHO € He3HAUHUM, ofiHaK Y Billi 20-40 poKiB BUpa3HiCTh
KJIiHIYHMX MPOSIBIB HApOCTAaE, BioOpaxkae HE3BOPOTHE TOJiOpraHHe
ypaxeHHs BimknaneHuM GL-3 Ta K KiHIeBUiT HACTINOK — MepeIIacHy
cMepTh v Billi 45-60 pokiB (Eng et al., 2006).

Y nocnimkenni S. Waldek et al. (2009) y 2848 xBopux Ha X® i3 39 kpain
OyJ10 TIpOaHaJTi30BaHO TPUBAIICT XXUTTS 3TiJHO 3i CTATEBOIO 03HAKOIO.
BusiBnieHo, 1110 3aXBOPIOBAHHSI CKOPOYYE XHUTTS Ha 15 pOKiB Y YOJIOBIKiB
Ta Ha 5 POKIB Y XiHOK, a KUTbKICTb cMepTeii mounHae 3poctatu 3 35 ta 50 po-
KiB BinnosinHo. [onoBHOIO npuurHOI0 cMepTi (40%) sIK y YONIOBIKIB, TaK
i XIHOK € ypaxkeHHsI cepiist, MeHII HixX 10% y CTpyKTypi CMepTHOCTI 3aiimMa-
10Tb LIepeOPOBACKY/ISIPHI YCKJIAMHEHHS | HUPKOBA HEOCTATHICTb (Ta0Jl. 2).

Sk 3ayBaxuB C.A. Cepik, BUILISIOTH ABi hopmu XD:

1. KnacwaHa: HM3bKa ab0 Hymb0Ba akTHBHICTh oi-GAL <1% Bin Hop-
MU; XapaKTepU3YEThCS IeOI0TOM Y IUTIYOMY a00 MiATiTKOBOMY Billi
Ta TIOTIOPTaHHUM YPAXEHHSIM.

2. AturioBa: 3amMInKoBa akTUBHICTh 0i-GAL (2-30% Bin Hopmu),
GL-3 Moxe HakOMIYYBaTHCh Y Karlijisipax ApiOHMX KPOBOHOCHMX CY/IVH;
XapaKTepu3yeThesl Mi3HIM 1e0I0TOM 3 1301b0BaHUM YPaKEHHSIM OJTHOTO
OpraHy — HUPOK, TOJIOBHOTO MO3KY, CEpLIL.

IMpu HupkoBiit popmi XD HakormmuerHst GL-3 B enmoTernii cymuH, mo-
JOLUTAX, ME3aHTiaTbHUX KIITUHAX TPU3BOUTH 10 POTPECYIOUOro IIoMe-
pyJocKiepo3y, TyoysipHoi atpodii, iHTepcTuiiabHOro (Gidposy. [epmi
cumrromu Hechporarii ®adpi — MiKpoas0yMiHypist, Tipoteinypist. [Ti3Hirme
TOYMHAETHCS HAPOCTAK0Ue 3HMXKEHHS LIBUIKOCTI KITyOOUKOBOI (hibTpaLLii Ta
PO3BUBAETHCS TEPMiHATbHA HUPKOBa HenocTatHICTh (Thuberg et al., 2002).

o crocyernes ypakens LIHC, To mist XD BracTrBmMii BUCOKHIA pUBHK
PO3BUTKY TPAaH3UTOPHHUX ilIEMIYHMX aTaK, ilIEMiYHUX Ta TeMOpariyHux
iHcyeriB. ¥ 50% nepeHeceHuii iHcynst € neGrotoM XD, Y Gibimocti XBo-
PHUX iHCYJIBT PO3BMBAETHCA Y Billi B 20 10 50 poKiB, 30KpeMa y KOXHOTO
’sroro 3 HUX — 10 30 pokiB. YacTora iHcyibTy ckiaae 6,9% y Y0MoBiKiB
14,3% y xiHok. [emopariuHuii iHCYJIBT Y YOJIOBIKIB 3YCTPIYA€ThCS YacTillle,
HiX y XXiHOK. Y 2/3 MallieHTiB iHCYJIBT € HACIIIKOM aTUIIOBOTO TMepediry
XBOPOOU 3 130/TbOBAHUM YPaXXEHHSIM TOJIOBHOTO MO3KY.

OnHuM i3 atanbHUX HACiAKIB porpecyBaHHs XD € ypaxeHHs cep-
1151, 110 MOXe OyTH ii €mMHUM TposiBoM. [1atodizionorist y ;aHoMy BUIanKy
nojisrae B HakonuyeHHi GL-3 y kapriomionurax, eHaoTeii cymuH, ¢io-
pobacTax KianaHiB, TPOBiAHIM TKaHWHI, 110 Mpu3BoauTh 1o IMJILL,
aronTo3y/HEeKpo3y, 3anajleHHs, MioKapiaabHOro ¢iopo3y, ilemii Mio-
Kapzia 3 PO3BUTKOM JiaCTOMYHOI, CUCTOIIYHOI IMCHYHKIIiT, CKOPOUEHHS
inTeppaiy PQ, aputM™iii, XxpOHOTPOITHOI HECTIPOMOXKHOCTI Ta MPOSIBISIETHCS
HacaMkiHelb CH, cTeHOKapai€lo, rocTpUM KOPOHAPHMM CHHAPOMOM,
CHHKOIIE Ta parToBoio cMeptio (Hagege et al., 2019).

Patel et al. (2015) BuB4au KapniaibHi oxii y 207 mauieHTis (47% dono-
BiKiB, cepe/Hiii BiK — 44 poku) i3 X® 1mpoTsaroM ceMu poKiB. ¥ 58 XBoprx
(28%) BUSIBIICHO MYTAllii, aCOLIifOBaHi ITePEeBAKHO 3 KapIiaTbHUM (DeHO-
tunoM. ¥ 21 namienta (10%) po3sunynacst Bupasta CH (>3 dyHKitioHab-
HOTO KTacy 3a Kiacuoikamiero Helo-Mopkerkoi acoriamii cepus), y 13
(6%) — dibpunsis epencepib, y 13 (6%) Gyio BCTAHOBICHO INTYYHMIA
BOJIii pUTMY It KOpeKIii Opamikapii, cemepo (3%) moMepiy BHACTIIOK
KapaioJIoriyHoi matosorii. PO3BUTOK KapiaibHUX MOl HE acOllil0BaBCS
3 HasIBHICTIO KapIiOTeHETMIHMX BapiaHTiB — MepBUHHMI (KOMOiHOBaHa
TOYKA) Ta BTOPUHHUIA pe3y/IbTaTv Oy OMHAKOBUMM B OCI0 i3 KapiaTbHUM
Ta KJIACMYHUM TeHETUIHUMU BapiaHTaMH.

MpoaosxeHHs Ha Hacr. crop.\
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[Moyarok Ha nonepeHik crop.\

HermonasHiii cuctematianui orisia 13 nocimkeHs 3a yyacTio 4185 ma-
wieHTiB i3 XD 3a nepion 1,2-10 pokiB cBiguuth, 1o 75% Bin 3aranbHOL
KiIbKOCTI cMepreit (8,3%) € HactimkoM KapaiaJbHOI matojiorii, 62% Bin
yCiX JIeTaJIbHMX BUIAJIKiB aCOL[OBaHi 3 PalTOBOIO CEPLIEBOIO CMEPTIO.
®akTopaMy PU3KKY PanToBoi cMepTi 6y/M BiK, yonosiya ctath, [MJILL,
HecTiliKa 1TyHouKoBa Taxikapist (Baig et al., 2018).

AHani3z naHux peectpy X® MpooeMOHCTPYBaB YpaXeHHS Ceplist
y 13,9% xinok ta 19,3% vosoBikiB. Cepes CMMITTOMIB HaityacTillie 3yc-
tpivamucst [MJIIL ta aputmii (Taban. 3). CepenHiii Bik 1-ro KJIiHiYHOTO
MPOSIBY CTAHOBMB 42 POKU y YOJIOBIKiB i 48 pOKiB y 3KiHOK.

BinmosinHo 10 pe3ynbraTiB aHati3y iHioro peectpy — Fabry Outcome
Survey — B kpaiHax 3aximHoi €8pormt 'MJILL 3a manmMu exokapmiorpadii
BUSTBISIIN Y 53% 4onoBikiB i 33% xiHOK i3 X®. Po3BUTOK KITiHIYHUX MPOSIBIB
ypaxerHs cepiist ipu XD kopermosas i3 HasiBHicTio TMJILL (Linhart et al.,
2007). 3a pe3ysraTamur 00cTexXeHHs 714 mantieHTiB i3 XD BCTaHOBIIEHO, 1110:

o OyIb-sIKWI KapIiaIbHU CUMITTOM BUSBISIBCA Y 89,9% y MallieHTiB
i3 TMJILI i 50,8% — 6e3 IMUJILLI;

o samuiuka/CH —y 58,8 ta 19,9% BinmoBiaHo;

o creHoKapmis — y 49,6 Ta 24,9% BinnoBinHO;

e aput™ist —y 52,9 Ta 26,0% BiAIIOBITHO;

e ypaxeHHs KiamaHiB —y 30,3 ta 18,2% BinmosigHo.

Orte, HalOLTBII XapaKTePHOK 03HAKOIO YpakeHHs cepiisd mpu XD
e 'MIJILL, sixa moxe OyTu BusiieHa 3a nonomororo EKI, exokapmio-
rpadii, MarHiTHO-pe3oHaHcHoi Tomorpadii (MPT). MPT cepus 3 mis-
HiM KOHTPACTyBaHHSIM TraJiojliHiEM 103BOJIsIE BUSIBUTH (hiOpo3 MioKapaa,
110 0COOJIMBO BAXJIMBO IS KiHOK i3 XD, B IKMX YaCTO pO3BUBAETHCS

Tabn. 3. AHani3 peecTpy nauieHTiB i3 XP Ha HASBHICTb KAPAIONOriYHOro YpPaXKeHHS
KappaionoriuHi nposieu " o ‘Ionosim? " )Ki"'f"
nowupeHictb, % Bik fie6l0Ty nposBy nowmupeHictb, % | Bik fe6l0Ty NnposiBy

Byasb-ski kapaionoriuHi seuwa 19,3 - 13,9 -
IM 2,4 46 1,7 55
XipypriuHi BTpy4aHHs 77 46 4,7 53,5
Aputmis 11,3 40,5 7,1 47
CreHokapais 3,4 43 4,3 45
CH 3,8 45 2,9 54
ML 21,6 42 18,2 51
Mpumitka: Aganrosaro 3a W.R. Wilcox et al., 2008.

(ibpo3 y 3anHb0O0KOBIH cTiHLi 3a BincyrHocTi [MJILL, i MPT € enunolo
MOXIUBICTIO BUSIBUTH KapaioMiomnarito ®adpi. XonrepiBcbke MOHITOPY-
BaHHs1 EKT yniponoBx 48 roauH 103Bos1sie BUSIBUTH CKOPOUEHHS iHTEpBaTY
PR, AB-6s10kany, 3HM:KeHHS BapiabebHOCTI CEpLIEBOTO PUTMY, apUTMii.
lomo mabopaTopHIX MOKA3HKKIB, IPY 00CTEXEHHI MaIlieHTIB i3 XD Mo-
KyTb IPUBEpHYTH yBary 3HrxeHHs LLIK®, nmpoteinypist, minBumieHHs
BHCOKOUyT/IMBOTO TporoHiHy (Hagege et al., 2019).

VY pekoMeHaauisix €sponericbkoro ToBapuctsa KapmionoriB (ESC,
2014) i3 1iaTHOCTMKM Ta BeIEHHS MALE€HTIB 3 TiMepTpodiyHOI Kapaio-
Miomnariero X® po3mIsimaeThesl K OIUH i3 HAWYACTIIIMX CIIATKOBUX
MeTabOoIiYHMX PO3NA/iB, 0 CIPUYMHSIOTH PO3BUTOK rinepTpodiuHOl
kapaiomionatii (TKMIT). Beaxaetncst, o Ha X npumnanae 0,5-1,0%
sunaznkis FKMII cepen oci6 crapie 35-40 pokiB. BogHouac MeTaaHami3
20 mocmimxeHsb 3i ckpuHiHroM X® cBimunth, mo XD Moxe OyTH Mpu-
yuHoto ['KMII y 6inbiiiii kinekocti Bunankis — 0,9-3,9% 4onosikiB
ta 1,1-11,8% xinok (Mehta et al., 2006). ITommpenicts XD 3anexuth

Bin Biky ne6roty [KMII: y yosoBikiB BoHa craHoBUTh 6,3% mipu TKMIT,
JHiarHocToBaHiH y Billi >40 pokiB, Ta 1,4% npu [KMIT, BusiBneHiii y BiLi
<40 pokiB; y XiHOK i3 Mi3HO BcTaHOBNeHUM AiarHo3oM [ KMII (cepemHiit
Bik — 50 pokiB) monmpenictb X® nocsirae 12% (Wilcox et al., 2008).
BinnosinHo no pekomeHnaitiit, y sopociux [KMII giarHocTyetses mpu
30inbIueHHi ToBLHY cTiHKK JILII >15 MM oHOro 260 GiNbliie CErMEHTIB
miokapaa JIL. Asne Takoxk 3a3HAYaETHCS, 1110 TEHETUYHI 3aXBOPIOBAHHS
(mo stkux BimHOCKTBCS | XD) MOXYTB TIPOSIBISTICS MEHIIIOI0 BUPA3HICTIO
MOTOBILEHHS CTiHKM (13-14 MM), i B ux Bunagkax giarno3 ['KMIT no-
Tpebye BUBYEHHS IOJATKOBOIO MaTepiaity, 30KpemMa CiMeiiHOro aHaMHe3y,
eKCTpaKkapIiaJbHUX CUMITOMIB i ocobmBocTeii, mopyueHb Ha EKT, mpo-
BEJIEHHS JJA0OPaTOPHUX JAOCTIIXEHb i MyJIBTUMOIATLHOI Bizyastizallii cepris.
HesBaxaroun Ha BKazaHi Bulle crieliiyHi 03HaKM Ta YacTuii 1e010T
X® y muTayomy Billi, JiarH03 BCTAHOBMIOEThCA Mi3HO (Y Bilti 20-30 pokiB
i crapiue). Y 3HaYHOI YaCTUHU MALIIEHTIB 3aXBOPIOBAHHSI JIUIIAETHCS
HeliarHOCTOBaHMM Yepe3 Opak 06i3HAHOCTI Ta HU3bKY HACTOPOXKEHICTb

MepMenmo3amicha mepania xsopo6u Mabpi: HoBi gaHi wogo edieKmuBHOCMi Pi3HUX [O3YBAHb

Mema [ocnigxenns

OUiHUTY KJTiHIYHY CTaOIIbHICTh Ta O€3MeKy MiCJIsl MepeBeaeH-
HsI TIAIIEHTIB 3 arajicupasu 6eTa B mo3yBaHHi 11 Mr/Kr/2 TuxXHI
Ha arajcuaasy anbda mo 0,2 Mr/Kr/2 THXHi, a TAKOX pe3yIbTaTh
MicJig 3BOPOTHOTO MEPeXoay Ha arajicuaasy 0eta B H103yBaHHI
1 Mr/Kr/2 TUXHi.

Nlugaiin gocnigxenns

VY npoueci mpocrnekTUBHOTO 00CepBalliiHOTO TOCTiIXKEHHS
112 nanieHTiB (43 3 sKuX OyJIM XiHOYOi CTaTi), 1110 Oy CTaOiNb-
HUMU Ha arajcunasi 6era | Mr/Kr/2 TUXHi TIPOTATOM HIOHA-
MeHuie 12 MicsiB, y HepaHIOMi30BaHOMY MOPSIAKY PO3MOIiTUIN
Ha TPU TPYIH; CIIOCTEPEXEHHS MPOBOAUIN TIPOTITOM 53 (miama-
30H — 38-57) MicauiB (puc. 1):

BuxigHun I : floss
piBeHb
F 1 F 2
%‘JQ" o # Ipyna noeTopHoro
Sl ’ al00% | p50% nepexopy (n=37)
0‘\0

Ipyna cranpaptHoro

B100% | B100% Aosyeakts (n=37)
0/000
° ,6300\ # ﬂepexiﬂﬂa rpyna
% al00% |a100% (n=38)
0 1 2 3 4 o pom

Puc. 1. AnzaiiH pocnipKeHHs:
po3nogin 3a rpynamm Ta nepioam cnocrepe)XxeHHs
Mpumitku: omapaHyesi cTPinku: NayieHTH, SKi OTPUMyBaANM arancuaasy anbpa
y Ro3ysaHHi 0,2 mr/kr/2 TmxHi; 6iplo30Bi CTPINKK: nauieHTH, SKi OTPUMYBAIN
arancugasy 6eta y gosysaHHi 1 Mr/kr/2 TmxHi.

e TpyIa CTaHIAPTHOTO JA03YBaHHS: 37 XBOPUX MPOAOBXKYBAIH
OTpUMYBATH arajcuaasy 6era y 103yBaHHi 1 Mr/Kr/2 THXHi;

o mepexinHa rpyma: 38 MallieHTiB OTPMMYBATN 3HIKEHY 03y araj-
cuaas3u 0era i 3rogoM Nepexoauiv Ha arajicuaasy ajibda B 103yBaHHi
0,2 mMr/kr/2 TixHi a60 oapasy X — Ha arancugasy aibga mo 0,2 mr/
KI/2 TVXKHI i TMIDaTuCs Ha araicunasi anbga 0,2 Mr/Kr/2 THXHi;

e TpyIa MOBTOPHOTO Tepexoy: 37 XBOPUX 3HOBY IEPEBOMMU-
JIM Ha arajcuaasy 0eta y 103yBaHHi 1 Mr/Kr/2 THXHi micis Toro,
SIK BOHU OTPUMYBAJIU arancupasy anbda mo 0,2 Mr/Kr/2 TUXHi mpo-
TSITOM LIOHAliMeH1e 12 MicsLiB.

CepenHsl TpUBATiCTh Tepallii arajicuaason 6eta y 103yBaHHI
1 Mr/Kr/2 THXHi 10 BKIIOYEHHS MallieHTa B TOCTiIXEHHS CTaHO-
Buia B cepetHboMy 31 (12-60) micstirb. JlaHi XBOpOTo 3a MomnepeaHiit
nepiojl BAKOPUCTOBYBAJIU SIK KOHTPOJIbHI, 110 JaBaj0 MOXJIUBICTh
MpOaHali3yBaTU iHAUBIAYyalbHi HACAIAKY 3MiHU JIiKyBaHHS.

BuXigni xapakmepucmuxu

IManieHTn, sIKi MpOIOBXYBaIM OTPUMYBATH arajcuaasy oera y J10-
3yBaHHi | MI/KT/2 THXHi IPOTSTOM YChOTO IOCTIKEHHS, MAITA TSDKUi
ypaXeHHsI, HiX Y MepeXiaHiii TpyIi Ta rpymi MOBTOPHOTO MEePEXOY:

® JIOCTOBipPHO OiJIbllIe XBOPUX YOJIOBIYOI CTaTi, y IKUX OyJ1a HUXKYa
aKTUBHICTb Oi-rajjakto3uaasu A (GLA) mopiBHSHO 3 iHIIMMM rpymna-
mu (o6umsa p<0,05);

® YaCTillli CHMITTOMHU, OB s13aHi 3 XBop0o6010 Pabpi (Taxi siK aHrio-
KepaToMHu, Jiapes, TiMoriapo3 Ta Hamaau 000, acoLlilioBaHOTO 3 XBO-
po6oro Dabpi), MOpiBHAHO 3 MalieHTaMu mepexigHoi rpymu (p<0,05);

o Oinblua KiTbKicTb 0aliB 3a LiKanow MaiiHua 11t OLliHKY CTyTe-
H# TSDKKOCTI 3axBoproBaHHs (MSSI) nmopiBHSIHO 3 allieHTaMu Tpynu
moBTopHoro mepexoxny (p<0,05).

Kniouogi pesynbmamu
MYHKLiSt HUPOK

Y nauieHTiB rpynu MoBTOPHOTO TMEPEXoay Ha arajcuaasy oeta
B 103yBaHHi | MI/Kr/ 2 THXKHi CIIOCTEPiraaocs SMEHIIEHHS 3HaYeHb
pIIK® (p<0,05). [lopiute 3HmkeHHS moKa3aukiB pLIIK® Bin mepio-
1y nopanbioro croctepexxeHHs 1 (ITIC-1) no nepiony noxaspiioro
crocrepexxerns 2 (TTIC-2) cranosuio -4,6 mi/xs/1,73 M? y niepe-
XiIIHiii rpymi mopiBHSHO 3 -2,2 MJ1/xB/1,73 M2 y IpyIli MTOBTOPHOTO
niepexomy. Y XBOpUX, SIKi OTPMMYBAJIN CTAaHAAPTHE TO3YBaHHS, PiBEHb
pIIK® nuinascs cTabilbHAM MPOTATOM YChOTO MEPIOLY MOAATBIIOTO
CIIOCTepEXKeHHS (puc. 2).

FacTpoiHTeCcTMHaAbHI CUMNITOMM

[ToBTOpHMI1 Mepexin Ha araicuasy 6eta y 1o3yBaHHi 1 Mr/Kr/2 THX-
Hi TPUBOAMB 10 3HAYHOTO 3HMXKEHHSI YaCTOTM BUMAMKIB Aiapel
(p<0,05). V nauieHTiB nepexigHoi rpymnu yacTillie MoBiAOMIISIOCS
PO Jiapero TTiJl Yac Mepioro J0BFOCTPOKOBOTO TEPioay OAaNbII0-
ro crioctepexeHHs (p<0,05). ¥ xBopux, sIKi OTpUMYBaIN PETyIspHi
JI03H, CAMIITOMU 3 OOKY IIITYHKOBO-KHWIIKOBOTO TPAKTY 3aJIUIIATUCS
CTa0iILHUMU TIPOTSITOM YChOT'O MEePioay MOAAJBIIOr0 CIIOCTEPEXEHHS.

Lyso-GL-3
Y rpymi OBTOPHOTO Mepexofy Ha arancuaasy oera 1 Mr/kr/2 TuxHi
CIIOCTEPIrajocs 3SHaYHE 3HMXEHH S PiBHiB IJI000TPiao3uIC(HiHIO3MHY
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piBeHb piBeHb piBeHb.
Ipyna cranpaptHoro MepexigHa rpyna Ipyna noeTopHoro
DO3YBAHHS nepexogy

Puc. 2. Bnnue nikyBaHHs Ha GpyHKLUiIO HUPOK
Y BOCRifXKYBAHUX NALLIEHTIB
Mpumitku: MoMmapaHyesi AiHii: nauieHTH, sKi oTpUMyBanyu arancmpasy anbpa
y Bo3ysaHHi 0,2 mr/kr/2 TMxHi npotsrom woHasmeHwe 12 micauis.
Bipto3osi niHii: nauieHTH, ski orpuMyBanu arancupasy 6eta y Ao3yBaHHI
1 Mr/kr/2 TMxHi npoTsrom woHarimenwe 12 micauis.
3HaueHHs npeacTasneHi sk cepeaHe £ ctangaptHe sigxunenns; * p<0,05.

(Lyso-GL-3); p<0,05 (puc. 3). PiBHi Lyso-GL-3 numanucs ctadiib-
HuMu Mix [TTIC-1 1 TTIIC-2 y rpymi cTaHAapTHOTrO 103yBaHHS Ta Ie-
pexinHiit. Y maiieHTiB nepexiagHoi rpynu Bif3Havyaaucs HalBUIITi
3HaueHHs1 Lyso-GL-3 mig yac ITTIC-1 (p<0,05, nopiBHSIHO 3 TpynaMu
CTaHIAPTHOTO T03yBaHHSI i TOBTOPHOTO TIEPEXOY).

be3neka

IToBTOopHMiI mepexin Ha arajcupasy 6eta y Jo3yBaHHI
1 MT/KT/2 TUXHi 10Ope MepeHOCUBCS i He TTPU3BOAMB 0 KJIi-
HIYHO 3HAYYIIMX iHPY3iHMUX MOGIYHUX peakiiit. ¥ Tpbox (8%)
MALi€EHTIB IPyNK MOBTOPHOTO MEPEXOAY CIIOCTEPiTaANIUCS HE3HAYHI
iH(y3iiiHi peakiii (HeCyTTEBE MiABUIIEHHS TeMIIepaTypu Tijla
i HAIMipHa CTOMJIIOBaHICTB).

18,9 18,4 17,5] .
. 1,7

KonueHtpauis Lyso-GL-3 y nnasmi kposi, Hr/mn

T
nnc-1

T T T T T
nnc-2 nnc-1 nnc-2 nnec-1 nnc-2

Ipyna cranaaptHoro
AO3YBAHHSA

MepexiaHa rpyna Ipyna noetopHoro

nepexoay

Puc. 3. Bnnue nikyBaHHs Ha nokasHuk Lyso-GL-3
Y AOCRifXKYBAHNX NALLIEHTIB

Mpumitkn: Nomaparyesi niHii: nauieHTH, SKi OTPUMyBanyM arancuaasy anbpay
no3sysaHHi 0,2 mr/kr/2 TmxHi npotarom woHanmeHwe 12 Mmicauis;

6iplo30Bi niHii: nayieHTH, sKi oTpUMyBanM arancupasy 6era y FO3yBaHHI

1 mMr/kr/2 TMXHI npoTarom woHarmeHwe 12 micauis.

3HaveHHs npeacTasneHi sk meaianu (keaptunil; * p<0,05. BuxiaHi nokasHukm
Lyso-GL-3 6ynu HeBigomi AA3 BCiX y4aCHUKIB BOCTIAXEHHS.

BuchosKu

IToBTopHuii mepexin Ha arajacunasy 0era y no3yBansi 1 Mr/Kr/2 Tix-
Hi MaB MO3MUTHBHUI BILIMB HA (YHKIiI0 HAUPOK, CAMITOMH 3 GOKY
IUTYHKOBO-KHIIKOBOrO TPAaKTy Ta piBHi Lyso-GL-3. Y namieHris,
sIKi OyJIM TIOBTOPHO MepeBeleHi Ha arajcuaady 6eTa B 103yBaHHI
1 MT/KT/2 TVXHI, CIOCTEPiraIucst:

® VIIOBiTbHEHHS MOTipHIeHHS (DYHKIIIT HUPOK;

® CTaTMCTUYHO 3HAYYIIE 3HIKEHHSI YaCTOTH BUITAIKIB Jiapei;

® CTATMCTUYHO 3Hauylle 3MeHILeHHs piBHiB lyso-GL-3 y ria3mi Kposi.

XBopi MepexiIHoi TPy MaJu TIOCTiiiHe 3HVDKeHHsI piBHiB pLLIK®
iyacrile MmoBimOM/ISIM PO Aiapelo. Y MallieHTiB, sKi OTpUMYBaJIM araji-
cumasy Oeta y mo3yBaHHi 1 MI/Kr/2 THXHi, 4acTOTa BUMAJIKIB Jiapei,
0amu 3a MSSI Ta moka3HuKY PYHKIIT HUPOK 3aIMIIATNCS CTA0LTEHUMM.

ApanTosaHo 3a J. Kramer et al., 2017; doi: 10.1093/ndt/gfx319.

*[likapcbkmii 3aci6 Pabpasnm® nopoLwok As NPUroTyBaHHS KOHLEHTPATY 5 Mr/Mn ans posuuHy ans iHdysin, sapeectpoanmi 8 Ykpaini. P.N. N2 UA/10306/01/01. Hakas MO3 Ykpainn N2 2352 sig 28.11.2019.
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JlikapiB, HacamIiepes Kapiooris, HepOJIOTiB Ta HEBPOJIOTiB. 3a TAHUMU
peectpy @abpi y CILIA, 10 BcTaHOBIEHHS AiarHO3Y MALEHTH BilBiIyIOTh
JIeB’ITbOX (PaxiBLLiB, Yac Bi/l MOSIBY MEPIIMX CUMIITOMIB JI0 HOTO BU3HA-
YeHHs Moxe cTaHoBUTH 10 15 pokiB (Patel, 2011).

3rimxo 3 nanumu C.M. Eng et al. (2006), nauientam i3 X® BucTapJisi-
10ThCS PI3HOMAaHITHI XMOHi JiarHO3U: peBMATOIIHUI apTPUT, peBMaTUYHA
JIMXOMaHKa, (hidpoMiarist, CMHAPOM XPOHIYHOI BTOMU, PO3CISIHMIA CKIIEPO3,
XPOHIYHAa JIeMi€TiHi3y04a MoJTiHEeBPOIIaTisl, HEBPO3, CUMYJISILLSI, CUHIPOM
Peiino, kapauT, aBToiMyHHa XBOpO0a, 3aXBOPIOBAHHS CIIOTYYHOI TKAHWHM,
CHCTEMHUIA YepBOHMIA BOBYAK, TOCTPHIA ATIEH/IUIINT, TIeTeXii, BiBYAKOBI aH-
rioKepaToMu, BACKYJIIT, HEBPAJITisl, 3MOBKUBAHHS JIIKaPCHKUMU 3aC00aMMU.

Cepriii AHpiitoBUY peKoMeHye 3amigo3puti XM 3a HAFBHOCTI X0ua
0 onHiei o3HaKu 3 nepeniyeHux (Mauer et al., 2018):

1. TlepioaunuHi enizoau neky4yoro 600 B KiHIIiBKaX.

2. kipHi nposiBU ypaxkeHHs CYIMH (QHTiOKepaTOMH).

3. 3HWXeHHS TTOTOBUMILICHHS (TilT0- Ta aHTiIpo3).

4. XapakTtepHe MOMYTHiHHS POTiBKHU.

5. TMocTnpaHgianbHuUii Oib y XXMBOTI, HyIOTA Ta/ab0 miapest HEBi-
JIOMOTO I'eHe3y B MOJIOZIOMY Billi.

6. TMIJILI (=13 mm) abo rineprpodiuHa KapaioMionaTis HeBiToMOI
€Ti0JIOTii, 0COOJIMBO Y MOJIOIMX JIIOEH.

7. ApuTMil HEBiIOMOI €TioJIOTii, 0COOJIMBO B MOJIOMUX MALIEHTIB.

8. IHCy/BT HEBiOMOI €TioJIoTi1 B OYIb-SIKOMY Billi.

9. XpoHniyHa XxBopoOa HUPOK Ta/ab0 TPOTETHYPist HEBITOMOTO TeHE3Y.

10. BumankoBo BUSIBIEHI MHOKMHHI KMCTA HUPKOBOTO CHHYCA.

Y pasi nino3pn Ha XD 1S migTBEpIKECHHS 1iaTHO3y HEOOXiTHO BU3-
HauuTu (PepMEeHTHY aKTUBHICTb 0i-GLA y m1a3mi, JefikoLurax, Cyxux
msiMax Kposi (DBS) Ta mpoBecTit MONEKYISIPHO-TeHETUYIHII aHAJTi3.

BumiproBanHst aktuBHocTi oi-GLA Ta 1i BignoigHe 3HUXEHHS a00
MOBHA BiICYTHICTB € 30JI0TMM CTaHIAPTOM HiarHOCTUKU XD y 40JI0Bi-
KiB. ¥ XiHOK HOpMaJIbHi MOKA3HMKY piBHS akTUBHOCTI 0.-GLA He BUK-
ToyaroTh HasiBHOCTI XD yepe3 0coOMBOCTI iHAKTUBALII X-XpOMOCOMHU.
JInst miaTBepIKEHHSI AiarHO3y HEOOXilHe MPOBEACHHS MOJIEKYISPHO-
reHeTMyHoro aHanizy (cekseHyBaHHs JJHK, BusiBieHHst MyTallii reHy
GLA). OctatoyHe BCTaHOBJIEHHS AiarHO3Y B OJIHOTO MAlliEHTA 103BOJISIE
BUSIBUTH Y CEPEIHBOMY IT’Th XBopHX Ha XM y 1iii ke poxuHi. [cToTHY
POJIb BillirpaloTh 30MpaHHsI CiMEIfHOrO aHAMHE3Y Ta CKJIaaHHsI reHea-
noriyHoro apesa (Laney et al., 2008).

ITpocTM Ta JOCTYMHMUM METOIOM AiarHOCTUKM € CKPUHIHT 3a Me-
tomoMm DBS. Kaptu mis 3a6opy Giomarepiaiy Ta 1abopaTopHy mia-
rHocTuky Hanae TOB «CaHodi-ABeHTic YkpaiHa». s naiieHTiB
006CTeXeHHST a0COMOTHO Oe3KoITOBHEe. DepMeHTHA TiarHOCTHUKA
npoBoauThcs B MeTabosivHiit 1adbopartopii ARCHIMED Life Science
GmbH Laboratories (ABctpist) abo B 1abopatopii LieHTpy opdanHmX 3a-
xBoproBatb HIICJT «OXMATIOWT» (M. Kui). ITincraBoro mist octatoy-
HOTO BCTAHOBJIEHHSI IiaTHO3Y i MPU3HAYEHHS JTIKYBAaHHS € BUKITIOUHO
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Tab6n. 4. CKPUHIHT Y rpynax NAwieHTiB BUCOKOTO PUSUKY

foyna Yacrora XP
24 yonosiku, % XiHku, %
Lianis 0,33 0,1
TpaHcnnaHTauis HUPKK 0,38 0
lineptpodis JILL 0,9-3,9 1,1-11,8
PaHHin iHcynbT 4,2 2,1

Mpumitka: Aganrosaro 3a G.E. Linthorst et al., 2010.

Tabn. 5. Mokasxuxu T3CJILL | TMLLN
3 orngAy Ha BiK AOCNIAXYBUHMUX NALEHTIB

T3C)NLW TMLIN
BiK HO MOYATOK | cep. Haxun cep. Haxun
NiKYBOHHS KPMBOI P KPMBOI P
<30 pokis (n=26) [+0,05 mm/pik| 0,515 |-0,02 mm/pik| 0,725
iififfn";‘; '3)“0 +0,07 mm/pik| 0,494 | +0,17 wwm/pix| 0,049
>40 pokis (n=11) (+0,30 mm/pix| 0,013 |[+0,23 mm/pik| 0,028

Mpumitkm: T3CIILL - roBwmHa 3agHboi ctinkm JILL, TMLLIM - roswmHa
MiXLAYHOYKOBOI NEPETUHKM.

TeHETUYHE 00CTEKEHHS, IKE BUKOHYIOT (ITiC/ISl BUSIBIICHHS 3HIDKCHHS
akTUBHOCTI (pepMeHTy) B 1abopatopii ARCHIMED Life Science GmbH
Laboratories (ABcTpis).

JlekTop HaroJ0cuB Ha TOMY, 1110 CBOEYACHUIA liarHO3 MOXKE BPSITYBAaTH
JKUTTS XBOPOTO. 3HAYHA KiJIbKICTb MALIiEHTIB BUCOKOTO PU3KKY 3 OIHIEI0
i3 TIPOBITHMX KTiHIYHKX 03HaK XD Moxe OyTH ineHTHdiKOBaHA 3a 1OMO-
MOTOI0 CKPHHIHTY 3 BUKOPMCTAHHSIM (DepMEHTOMIarHOCTUKM (Taoi. 4).

IMokparieHHs MporHo3y B nauieHTiB i3 XD crano moxumisum 3 2001 p.,
KOJIM TSI CTIelM(pidHOTO MaTOreHETUYHOTO JIIKYBAHHSI MOYaJIN YCHIIHO
3aCTOCOBYBATH 3aMiCHY Tepartilo peKoMOiHaHTHUMU npenapatamu oi-GLA.
OntumMaibHe JiKyBaHHS X® BKII0Yae B ceOe SK MaTOTeHETUYHY Tepa-
Mit0, TaK i CUMIITOMATUYHI METOIM i JIiKapchKi 3ac00M (3HE0O0I0BAJIb-
Hi TiperapaTy, TinoTeH3uBHA Teparis, liaji3, TpaHCIUIaHTAaLlis HUPOK,
AHTUIETIPECAHTH, JIIKyBaHHS CEPLIEBO-CYMMHHMX YCKIATHEHb BilOBI-
HO J10 iCHYIOUMX CTaHAapTiB). PAHHE BCTAHOBJIEHHSI iarHO3y Ta MOYaToK
MaTOreHeTUYHOI Tepartii MPUHLMIOBI, OCKiIbKM HakonuueHHs: GL-3
TTOYMHAETRCS 3 TIEPiony BHYTPIITHHOYTPOOHOTO PO3BHUTKY, @ MHOXMHHE
ypaxkeHHsI TKAHWH Ta OPraHiB Mae IPOrpecyroumii XxapakTep Ta Moxe OyTr
He3sopotHuM (Eng et al., 2008).

PexoMbiHaHTHa JIOACHKa arajicuaasa 6era (mpemnapar ®abdpasum®*,
Sanofi Genzyme) TIpoIyKy€eThbCs JTiHIEO KITHH SIEYHUKA KMTACHKOTO
XOM’sIKa (aMiHOKMCJIOTHA Ta HYKJICOTUIHA MOCITiIOBHICTb iIEHTUYHA Ha-
TypaibHiit popmi o- GLA) Ta BBOMUTBCS 3 po3paxyHKy | MT/KT B/B KOXHi
JIBa THXXHi 3 MAaKCUMAJTbHOIO IBUAKICTIO iHDy3ii 0,25 mr/xB. Tepanes-
THYHOI METH BIAETHCS JOCSTTH 3aBISIKM:

nornan »AXisus

o miaBuLIeHHIO KitipeHey GL-3 i3 K1ouoBKX Miclib HAKOTTMYEHHST,

e crabinizarii GyHKIII HUPOK;

o perpecii TMJILI, nokpamieHHI0 (GyHKIIT MioKapaa;

¢ 3MEHIIEHHIO 60THOBOTO CHHAPOMY;

® TOJIMIIEHHIO SKOCTi XUTTSI.

Jlikypauns npenapatom ®abpasum® y 103i 1 Mr/Kr/2 TYDKHI IPOTATOM
Tepiofy 3 MefiaHoo TprBaiocTi 10 pokiB 3yMOBTIOBAIO CIIPUSITJIMBILLI HAC-
JIIKY 3 OOKY ceplisl y TMX MAlliEHTIB, sIKi MOYaIM {oro y Oiblll paHHBOMY
Bili (Germain et al., 2015). ITin yac 1poro BUMPOOyBaHHS BUBYAIM BilTaeHi
HaCJTiIKu Tepartii y 52 3 58 oci6 i3 KimacnaHoro dopmoro XD, by Brkopuc-
TaHi JlaHi, OTpUMaHi BIPOIOBX HocmimkeHHs arancuaasu oera 111 dasu,
54-MiCcSIIHOTO PO3IIMPEHOTO KITIHIYHOTO BUMPOOYBaHHS Ta peecTpy XD.

[MTanieHTiB Oya0 pO3MOAiIEHO HA ABi TPYIMU 3aJIEKHO Bill CTYNEHS
ypaxxeHHsSI HUPOK Ha BUXiHOMY piBHi. MeniaHa repiofy crioctepeXeH-
Hs1 ctaHoBuiIa 10 pokiB ISl 3arajibHOI IPYNM YYaCHMKIB IOCIIIKEHHS
(n=52). 3araiom mpotsiroM 10-piuHOTrO (MemiaHa) mepiomy JiKyBaHHS
HE CIMOCTepiranocs CTaTUCTUYHO 3HAYYIOrO 3pOCTaHHS CEPeaHiX Mo-
Ka3HUKiB TOBIIMHM 3aaHbOI cTiHKK JIIII i TOBIIMHY MIXIIUTYHOUKOBOI
NepeTUHKY (1. 5). [TpoTe XBOpi MOIONIONO BiKY MaJIi CIIPUSTIUBILITY
BiIMOBIiAb Ha Tepartito 3 60Ky cepis (Germain et al., 2015).

PesynbraTi mocnimkeHb IPOIEMOHCTPYBAH, 1110 MAL[iEHTH, SIKi I0-
YaJiu JIiKyBaHHSI y OLTbII paHHBOMY Billi 200 10 pO3BUTKY (Hibpo3y, sIKUit
MOXKJIMBO BUSIBUTH, OTPUMYBAJIM HaKpaliuii epekT Bif JiKyBaHHS
nperaparoM ®abpa3um® y no3yBaHHi 1 Mr/Kr/2 THXHI.

Jlo py3MKiB 3aCTOCYBAHHSI arajicuaa3u 6eTa MOXHa BiTHECTH (POpMyBaH-
HsI aHTUTLT IIPOTSATOM TPHOX MICSILIIB ITiC/Ist IToYary Tepaitii, y 50% HarieHTis
3 QaHTUTLIAMU PO3BUBAIOTBCS ACOLIii0BaHi 3 iH(Y3i€El0 peakllii, 30KpemMa
03H00 Ta rapstaka. OHAK 3rOIOM TUTP AHTUTLI TIEPECTAE HAPOCTATH, 3HH-
JKYETBCS UM 3HUKAE TIOBHICTIO. Y HEBEJIMKOI YaCTKM XBOPHMX PO3BMBAIOTHCS
peaxilii rinepuyTmBocTi. [Io Toro X rpernapar He IPOHUKAE Yepe3 reMaTo-
eHuedaniyHuii 6ap’ep (Weidemann et al., 2009).

Taxum unroM, XD — KUTTE3arpo3/MBHIl CTaH i3 POrPECYIOUNM MY/IBTH-
OPTaHHUM YPAXKEHHSAM, 110 3yCTPIYAETHCA AK Y YONOBIKIB, TAK i XKIiHOK.
Panni giarHocTHKA i MOYATOK MATOTEHETHYHOI TePanii € KPUTHYHAMH 1St
JOCSTHeHHS1 JIKYBAJIBHUX I(ijieii, YIOBLIbHEHHS IPOTPECYBAHHS XBOPOOH,
3HIDKEHHS] PU3HKY SIBUIL, 1[0 CTAHOBJIATH 3arpo3y /s utTs. Ha choromui
y Hamiii Kpaini X® 0e3K0MTOBHO JIATHOCTYETHCS 32 IOMOMOTOI0 BUMIpIO-
BaHHS ()ePMEHTATHBHOT AKTHBHOCTI if FeHOTUITYBAHHS TA MOKe e()eKTHBHO
nikysarucsa npenapatoM ®3T, mo cTaB JocTynHIM 3aBASKH ryMaHiTAPHiii
nporpami Sanofi Genzyme Ta nepxaBHiii mporpami. AKTHBHE NPOBEIEHHS
CKPUHIHTY i BusiBjeHHs nanieHTiB i3 XP € BaXKIMBOI0, NIEPCTIEKTHBHOIO
Ta e()eKTUBHOIO CTPATETi€I0, KO MAIOTh JOTPHMYBATHCH JIiKApi IPAKTHIHO
BCIX crenjalbHOCTeiH.

Migrotysana Maprapura Mapuyk
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Pabpa3znm®

1 Mr/Kr/Ko>»Hi 2 TUXHi

10-PIYHI PE3YJIbTATW

Pe3ynbTaT AecaTmpiyHol
dbepMeHTHO3aMICHOI
Tepanil 3 BUKOPUCTAHHAM
arascumpasun 6era

YV NMaLIEHTIB i3 XBOpPOOOIO
dabpi':

> VY 81% nauieHTiB (42/52) He 6YJ10 XKOAHUX
CEepMO3HUX NOBIYHUX peaKLin* npoTarom
iHTepBany nikyBaHHSA

94% nauieHTiB (49/52) 3aNULLUINCH XKUBUMU
HanpuKiHUi nepioay AOCNiIA>XEHHSA

Hankpawum ecpekT Big niKkyBaHHSA oaepiXanum
nauieHTK, AKi po3noyanu Uoro paHiweis
MEHLLUUM YPaXKEeHHAM HUPOK

7/_
Dabpazum’
arancunasa bera SANOFI v/

IHdbopMaLia Npo nikapcbkun 3acic abpasnm®

Cknapg: pitova pevyoBUHa: arancmaasa 6eta OONOMIXKHI pedoBMHU: MaHIT (E 421); HaTpito aurigpodocdaT, MoHorigpaT; HaTpito rigpodocdaTt, renTtarigpaT. Jlikapcbka dopma. MNopoLuok ansa
NPUrOTYBaHHSA KOHLUEHTpaTy (5 Mr/Mn) Ang posumHy ans iHdy3in. MokasaHHA. PabpasnuM® NpusHavaloTb 418 JOBrOTPMBANIOro epMeHTO3aMICHOro NiKyBaHHS OPOCANX Ta OiTen BikoM Big 8
POKIB 3 MiATBEPAXKEHO XBOopo6oto Pabpi (aediunTt anbda-ranakrocugasm A). MNpoTunokasaHHA. He6esneuHa onsa XUTTsa nigBuLLeHa 4yTnmeicTb (aHadiNnakTUyHa peakuis) A0 aKTUBHOT
pPeYoBUMHM abo 00 OYAb-AKOro 3 KOMMOHEHTIB npenapaTty. B3aeMoaia 3 iHLWKMK NiKapCbKMMM 3aco6aMu Ta iHLWI BUAW B3aEMOAin. JJocnigKeHHs B3aeMofii 3 iHWMMK NpenapaTtamMm Ta BrvBY Ha
OOMIH PeYOoBUH in Vvitro He NpoBOAMINCE. HECYMICHICTb 3 iHLLMMUM NiKapCbKMMM 3acobamMn. Yepes BIACYTHICTb AOCNIOMEHb Ha CYMICHICTb 3 iHLUMMK NpenapaTaMm He MOXKHa 3MillyBaTU i
BBOAUTU Pabpa3nM® pa3oM 3 iHLLIMMK NiKapCbKMK 3acobaMn. OCoBMMBOCTI 3aCTOCYBaHHSA. IMyHOreHHIcTb. Yepes Te Lo arancugasa 6eta (r-haGAL) € peKOMBIHAHTHUM BGiNIKOM, MOXKITUBUM
PO3BUTOK aHTUTINT IMYHOrN06YNiHY G Yy NaLiEHTIB 3 HU3bKOK abo BiACYTHbOK (DEPMEHTHOK aKTUBHICTIO. PeakLii, NoB’a3aHi 3 iHY3igMK. Y NauieHTIB 3 aHTUTINaMM 0o arancuaasmn 6eta 6inbLua
BIPOTigHICTb BUHUKHEHHS peakLil, MOB’A3aHOT 3 BBEAEHHSM npenaparTy, Lo NposaBAsSeTbCa OyAb-aKO NOBIYHOK peaKkLUieE B AeHb BBeAEHHS npenapaty. Peakuii rinepyyTamBocTi. MoxxnnBi
NPOosBU aneprivyHol peakuii yepes NigBULLIEHY YYTIMBICTb O KOMMOHEHTIB npenapaTy, AKUM € NpoTeiHOBUM MPOAYKTOM, LLIO BBOANTLCSH BHYTRILLUHbOBEHHMUM LUISAXOM. 3aCTOCYBAHHSA B NMepiof
BariTHOCTI abo rogyBaHHA rpyaato. BariTHicTb. JaHi Npo 3aCTOCYBaHHSA arancmagasn 6eTa BariTHUM XiHKaM BiaCyTHI. FloayBaHHA rpyaato. Arancugasa 6eta MoXke BUBOOAUTUCH PAa3OM 3 FPYAHUM
MOJTOKOM. 30aTHICTb BMIMBATW Ha LUBUAOKICTb peaKLUii Mpu KepyBaHHIi aBTOTPaAHCMOPTOM abo po6oTi 3 iHLLIMMKN MexaHiaMaMu. MNpenapaTt ®abpa3nM® MoxKe BUSBNATU HEBETMKUIA BMNIMB Ha
30aTHICTb KEpYyBaTW TPAHCMNOPTHMMM 3aco6aMK Ta NpauoBaTU 3 IHLLIMMK MexaHi3MaMun, AKUN NPOSBNAETLCS B AEHb NPUNOMY MpenapaTy i MOB’A3aHUN i3 MOXINBUM BUHUKHEHHSM
3aMnamMopPOYEHHs, COHIMBOCTI, BEPTUrO i cnHKomne. Crnocié 3acTocyBaHHA Ta [o3un. JlikyBaHHA Pabpa3nM® cnig NnpoBoaUTU Mif HAarNsSAoM TepaneBTa, AKUM Ma€ AOCBig Y NiKyBaHHI XBOpoou
Dabpi abo iHLLMX CMaAKOBUX XBOPO6 0BMiHY pevoBuMH. [lo3yBaHHSA. PekoMeHaoBaHa no3a ®abpasnuM® cTaHOBUTL 1 MI/Kr Macu Tina, Ky BBOAATb LLMISAXOM BHYTPILLHbOBEHHOT iHDY3il oanH pas3
Ha OBa TWXKHI. [epeno3yBaHHA. Brnagkn nepeno3yBaHHA HeBIAOMI. [Mo6GiIUHI peakuii. 1o HeBa)KaHMX ABULL, AKi BUHUKAOTb OY»Xe 4acTo, HanexXaTb 03HOO6, Nipekciq, BiguyTTa xonoay, HyaoTa,
61t0BaHHS, rofIoBHUM Binb Ta NapecTesia. Y 67 % nauieHTiB BUHMKaNa Xo4a 6 ogHa HebaXkaHa peakLuis, MoB’a3aHa i3 iHdy3ieto. Y nepiog NOCTMapKETUHIOBOIrO CMNOCTEPEEHHS By
MOBIOOMJIEHHS NPO BUHUKHEHHS aHaMIiNaKTOIAHUX peaKLin.

IHcbopMaLia HagaHa ckopoyeHo. MNMNoBHa iHdopMaLis MICTUTLCA B IHCTPYKLUIT A1 MeOMUYHOro 3aCTOCYBaHHSA Npenapary.

IHCTPYKLiS A1 MEAMUYHOrO 3aCTOCYBaHHS IKapCbKoro 3acoby MabpasnM®, MOPOLLIOK OIS MPUroTYBaHHA KOHLEHTPaTY 5 Mr/Mi Ans posunHy and iHdysin. P.M. Ne UA/10306/01/01. Hakas
MO3 Ykpainm Ne 2352 Big 28.11.2019.

IHcbopMaLia Npo NikapCbknii 3acid NpuU3HaYeHa asisa MeguyHmnx i dapmMaLeBTUYHUX NPaLiBHUKIB 019 PO3MNOBCIOOXKEHHSA Ha creLiani3oBaHMX CeMiHapax, KOHMEPEHLiaX, CMMMNO3iyMax 3 MeanyHoi
TEMATUKM, @ TAKOX ANA PO3MILLEHHS Y creuianisoBaHUX BUOAHHAX, MPU3HAYEHUX ONA MeOUUYHMX Ta dhapMaLeBTUYHUX MPaLiBHUKIB.

* XPpOHiuHMI gianis, TpaHcnNaHTaluia HUPKK, iIHDAPKT Miokapaa, 3acTinHa cepLeBa HeAOCTaTHICTb, CePMNO3HI YpaxxeHHS cepLs, iHCYNIbT, CMepTb.
TGermain D, et al. J Med Genetics. 2015;52(5):353-358.
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Bci npaBa Ha 3MicT MaTepiany (BK/IIOYHO 3 NMpaBaMy Ha OTO3006paXKeHHSA) 3axumLLeHi Ta HanexxaTb Genzyme Corporation.
HaHnn maTtepian nigrotoBneHo Ha ocHoBi MaTepiany SAGLB.FABR.17.01.0057a(1)



