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CT.H.C.;

nikap-niegiatp Lentpy opdanHux 3axBoproBaHb HamioHanbHOI AUTSIYOT
crerianizoBanoi Jikapai «KOXMAT/IUT» MO3 Ykpainu;

3acTynmHUK TOJIOBHOTO Jikaps HarioHanbHOT JUTSAYOi CrerianxizoBaHOi
nikapai «OXMATIUT» MO3 Vkpaiau, K.Me[I.H.;

3aBiJlyBay jabopaTopii MEIUYHOT TCHETUKU MEIUKO- TCHETUYHOTO
neHTpy HamioHanbHOT muTsdoi criemianizoBanoi jgikapai «OXMATIUT»
MO?3 VYkpainu, 1.0.H.;

3aBimyBau llenTpy opdanHux 3axBoproBaHb HarioHanpHOI IUTAYOI
crnemianizoBanoi ikapHi «OXMATAUT» MO3 Ykpainu, K.Me/1.H.;

TUPEKTOP pedepeHc-ICHTPY 3 MOJEKYIsipHOi niarHoctuku MO3 Ykpainw,
K.M.H.;

nikap-neniatp Llentpy opdannux 3axBoproBaHb HarionanpHOi AUTA4YOL
crnenianizoBanoi nikapai KOXMAT/UT» MO3 Ykpainu;

MPOBIIHUN HAYKOBUM CIIBPOOITHUK BIAJALTY JUTA40i Hedposorii
HepxaBHoi yctaHoBU «IHcTUTYT Hedponorii HAMH VYkpainu», n1.men.H.,
CT.H.C.;

Metoauunmii cynposia Ta ingopmaniiine 3a0e3ne4eHHs

unkina Onena
OunekcanypiBHa

Mirens Onexcanap
Bononumuposuu

PybuioBa €Brenis
IropiBHa

HayaJlbHUK BIUIUTY SKOCTI MEIMYHOI JOTMOMOTH Ta 1H(OopMaIiiHux
TeXHoJIoTi# Jlepx»aBHoro mianpuemMcTa «JlepkaBHHUI eKCIEPTHHUH LEHTP
MO3 Vkpainny;

HayaJIbHUK BUIAUTY JOKa30BOi MEIUIMHM Jlep>kaBHOTO MiAMpPHEMCTBA
«/lepxaBHuii excriepTHui neHTp MO3 Ykpainny;

HayaJlbHUK BIJJIITy METOJAWYHOTO 3a0e3MeueHHs] HOBITHIX TEXHOJIOTIH Yy
chepi oxoponm 370poB’s JlepkaBHOTO miaAnpueMcTBa «JlepkaBHUM
excriepTHUM neHTp MO3 Vkpainny;



HepxaBunii ekcnieprHuid HeHTp MO3 YKpaiHu € 4ieHoM

Guidelines International Network es lng
! S0 e,

(MixxHapoHa Mepeka HaCTaHOB) P 2

O %

' o

® (F:

4 N
“Opm1 ST
Penenzentu

Konecuuk Mukona nupekrtop JepxaBHoi ycraHoBHu "[HctuTyT Hedpoorii HarionansHol
OnekciioBu4 akajeMii MEIUYHMX HayK YKpaiHu", wieH-kopecronaeHT HAMH

VYkpainu, 3aciyKeHUH Aisiu HAyKW 1 TeXHIKM YKpaiHu, jaypeaT
HepxaBHoi mipemii YKpaiHu y rainy3i HayKd 1 TeXHIKH, A. Mel. H.,

npodecop;
Maiinannuk Bitamiit 3aBigmyBay kKadenpu memiarpii Ne4 HamioHampHOTO MEIUYHOTO
['puropoBuu yaiBepcutety iMeHi O. O. boromonsiis, akagemik HAMH VYkpainu,

3acimykeHul Jikap Ykpaiaw, naypear JlepxkaBHoi npemii YKpaiHnu B
raiysi HayKH i TeXHiKH, JI. MeJl. H., mpodecop.

Ieperyasaa ki1iHiYHOI HACTAHOBU: K0BTeHb 2021 poky



IlepeaMoBa Bijl VKJIa1ayiB KJIIHIYHOI HACTAHOBU

lokazoeoro 6azor0 01 0aHOi HACMAHOB8U € pe3yTbmam NOWYKY 6 eleKmMpOHHUX bazax
oanux PubMed ma Medline 3a nepioo 2011-2018 poku. Bcvoco snaiioeno 1133 oocepen, ons
Hacmanosu 6idiopano 47 (nosnuil nepenik 3HatlOeHux Odxcepen 30epicacmvcs 6 Mamepianax
pobouoi epynu). B ocHosHy 0aHOI KAIHIUHOI HACMAHOBU NOKIAOEHO A0anmosany OJisi CUCmemu
oxoponu 300pos’s  Vkpainu eepcito kainiunux pexomenoayinu Fabry disease revisited:
management and treatment recommendations for adult patients (Ortiz A, Germainb DP,
Desnickc RJ, Politeid J, Mauere M, Burlinaf A, Engg C, et al. Mol. Genet. Metab. 2018;123:416—
27. DOI: 10.1016/j.ymgme.2018.02.014; pescum oOocmyny 00 omunaun 8epcii aHeioMO8HO!
cmammi. https://www.mgmjournal.com/article/S1096-7192(17)30768-0/fulltext), wo 6yau obpani
P0o60UOI0 2pYNOIO AK NPUKAAOD HAUKPAWOT NPAKMUKU HAOAHHSA MEeOUYHOI 00NOMO2U NAYIEHMAM 3
x80po6orw Dabpi (XD), i epyHmyomvcs Ha OAHUX O0KA3080i MEOUYUHU COCOBHO eheKmMUBHOCMI
ma Oe3nexu MeOuuHUX 6mpy4ans, papmaxomepanii ma opeanizayitiHux NPUHYUNie it HaOaHHs.

Oxpemi nonodxcenHs KAiHIYHOI HACMAaHo8U OY10 OONOBHEHO OAHUMU WOOO0 OIACHOCMUKU,
JUKY8anHsi ma mouimopuney nayieumie 3 X®, ski npeocmaenreno ¢ The management and
treatment of children with Fabry disease: A United States-based perspective (Hopkin RJ,
Jefferies JL, Laney DA, Lawson VH, Mauer M, Taylor MR, Wilcox WR, on behalf of the Fabry
Pediatric Expert Panel. Mol. Genet. Metab. 2015;117:104-13. DOI:
10.1016/j.ymgme.2015.10.007); Screening, diagnosis, and management of patients with Fabry
disease: conclusions from a "Kidney Disease: Improving Global Outcomes'™ (KDIGO)
Controversies Conference (Schiffmann R, Hughes DA, Linthorst GE, Ortiz A, Svarstad E,
Warnock DG, West ML, Wanner C. Kidney International. 2017;91:284-93. DOI:
10.1016/j.kint.2016.10.004); Recommendations for initiation and cessation of enzyme
replacement therapy in patients with Fabry disease: the European Fabry Working Group
consensus document (Biegstraaten M, Arngrimsson R, Barbey F, Boks L, Cecchi F, Deegan PB,
et al. Orphanet J. Rare Diseases. 2015;10:36. DOI 10.1186/s13023-015-0253-6) ma inwux
AKmMYanbHUX HayKo8UXx oxicepei.

3anpononosana KuiHiuHG HACMAHOBA He NOBUHHA PO3YIHIOBAMUCL SIK CMAHOAPM
MeOUuHO020 NIKY8aHHA. [{OMPUMAHHS NONONHCEHb KNIHIYHOI HACMAHOBU He 2apAHMYE YCRIUHO20
JIKYBAHHS 8 KOJMCHOMY KOHKDEMHOM)Y 6UNAOKY, ii He MOXCHA po32nioamu K NOCIOHUK, o
BKIIOYAE BCI HEOOXIOHI Memoou NiKy8anHs abo, Hasnaku, eukiouac inwi. Ocmamoune piueHHs
CMOCOBHO 8UOOPY KOHKPEmMHOI KAIHIYHOI npoyedypu abo niauy JiKy8aHHS NOSUHEH NpuliMamu
JKAp 3 YpaxysauHAM KIIHIYHO20 cmaHy nayienma ma iHwux oocmasun. Kniniuna nacmanosa
«Xeopoba Dabpiy, 6i0n0GIOHO 00 C8020 BUHAUEHHS, MAE HA Memi HAOAHHS 00NOMO2U NiKapio i
nayicumy 6 NpUUHAMMI pPAYiOHAIbHO20 PIWEHHS 6 pI3HUX KIIHIYHUX CUmMyayisiax, ciny2ye
iHhopmayiinoo NIOMPUMKOIO WOO0O0 HAUKPAWOT KIIHIYHOI NpaKmuKku HA OCHOBI 00KA3i6
eghekmusHocmi 3acmMocy8anHs NeBHUX MEOUUHUX MEXHON02lU, iKie ma OpeaHizayitiHux 3acao
Mmeouunoi oonomozeu. byna ymounena ingpopmayis wooo OiacHocmuunoi yinHOCmi Memoois
1ab60pamopHoi  diacHOCMUKU, MOHImMOpiHey ma J1iKysanHs nayienmie 3 XD, a makooxc
3aCmMOCy8aHHs NIKAPCLKUX 340016 (6 MOMY YUCTT HOBUX 3APEECMPOBAHUX NIKAPCLKUX 3ac00i8) 015
Gepmenmnoi 3amicnoi mepanii npu X® ¢ Ykpaini.

ITiomeepoacyroua nabopamopua diacnocmuxa X@ 30iticHioemocs 8 Llenmpi opghannux
3axeoprosanv HI[CII « OXMAT/IUT». /anuii nepeensd KuiHIuHOI HACMAHOBU YIMKO 8I03HAYAE
YIHHICMb Ma 00CMOBIPHICMb 1AOOPAMOPHUX MEMOJI8 0OCMEIHCEeH s, KL HA CbO20OHIWHIU OeHb
BUKOPUCMOBYIOMb 8 YKpaini.

Cmanom na 01.10.2018 poxy 6 Vkpaiui 3apeecmposano 06a NiKapcbKux 3acoou 0ns
npogedenus (hepmenmoszamicnoi mepanii (P37T): acancudasza anvgha ma azancuoasza bema.

Ipusnauenns @3T nayiecumam 3 XD 30iticHioe KOMICis 8 YCMAHOBIEHOMY NOPSOKY.
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XBopoba Dabdpi
JiarHocTHka
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JlikyBaHHs

XBopoba dabpi — e X-34eruieHa Jii30COMHa XBOpoOa HaKOMHMYCHHSI, sKa
BHUKJIMKA€ThCA MyTamisiMu B reHi GLA, mo npu3BOAATh 10 HEAOCTATHHOI
AKTHUBHOCT1 O-TAJaKTO3UJa3M A, HAKONMMYCHHS TJIKOC(IHTOMIMIIIB Ta
HEOe3MEeYHUX JUIs JKUTTS YCKJIaJHEHb. 3ycTpidaroThCsi (DEHOTHUIH Bif
«KIJIACUYHOT0», 3 IOYATKOM y AUTAYOMY Billl Ta MOJTIOPTaHHUM YPasKEHHSIM,
10 (heHotumy 3 OLIBII Mi3HIM MOYATKOM 1 IEPEBAKHUM YPAKECHHSAM CEpLS.
[IposiBM y maIli€HTIB KIHOYOI CTaTi MOXKYTh OYTH JOCHUTh BapiaOeIbHUMHU,
YaCTKOBO Ye€pe3 PI3HUU CTYIIHb 3QJIMIIKOBOI aKTHMBHOCTI (DEpMEHTIB Ta
pi3Huil xapakrep iHakTHBalii X-xpomocomu. PepMeHTO3aMiCHA Teparlis
(®3T) Ta mOmMOMIXKHI METOAM JIIKyBaHHS MOXYTh 3a0€3MEUNUTH 3HAYHY
KJIIIHIYHY KOpUCTh. [IpoTe Ha CHOTOAHIMIHIN AeHb Y OUTBIIOCTI MyOTiKarii
MOBIAOMJISIETHCS JIUILIE PO Pe3yIbTaTH Miciid mi3Hboro novatky O3T, konu
BXKE BIZIOyNIUCS ICTOTHI 3MIHM y BHYTpIIIHIX opranax. HemomaBHo Oynu
oImy0JIiIKOBaHI OHOBJIEHI pEeKOMEHJAll I0/I0 MOHITOPUHTY Ta JIIKyBaHHS
niTeit 3 xBopoboro Padpi. Byno ckiIMKaHO eKCIepTHY Ipymy JiKapiB Ui
pPO3pPOOKM OHOBIIEHUX CIELIaJbHUX PEKOMEHMAId Ui JIKYBaHHS
JOpOCTUX TAalieHTiB. BemeHHs IopociuX TMAaIie€HTIB 3aJeKUTh BiJ
HACTYIHOTO: 1) mepcoHani3oBaHui MiJXi/ A0 JIKyBaHHS, KU BinoOpaxkae
NPUPOJHHUN Tepedir KOHKPEeTHOro (HEHOTHIY XBOpOOW; 2) KOMIUIEKCHA
OLIiHKA CTyTeHs ypaxeHHs nepen modarkom O3T; 3) panniit mouarox O3T;
4) peTenbHUN PYTUHHUN MOHITOPWHT IOJO O3HAK ypPaKCHHS OpPraHiB y
MAaIi€HTIB 3 HEKJIACHYHUM (DEHOTHUIIOM XBOpOOM 13 OE3CHMITOMHHUM
nepebiroM Ta MO0 BIAMOBiAI Ha TEPamilo y MALi€HTIB, SIKI MPOXOAATH
JMiKyBaHHS; 5) 3acTOCyBaHHs JONOMDKHOI Tepamii Jis JiKyBaHHS
cienupigHIX IpOsIBiB XBOpOOU; 6) BEJICHHS narieHTa
MYJIbTUIUCIUILTIHAPHOO FPYIO0 TOCBIAUYEHUX JIIKapiB.



Fabry disease revisited: management and treatment recommendations for adult patients (Ortiz
A, Germainb DP, Desnickc RJ, Politeid J, Mauere M, Burlinaf A, Engg C, et al. Mol. Genet. Metab.
2018;123:416-27. DOI: 10.1016/j.ymgme.2018.02.014)

1. Beryn

XBopoba @abpi (Homep y 6a3i manmx OMIM 301500) — me mizocomHa XBOpoOa
HAKOIMYEHHS, KA BUKJIMKAEThcs MyTalisiMu B reHl GLA Ta ycrmaakoByeThbCs 3a X-3UEIUICHUM
TUTIOM. 3HAYHE 3HIKECHHS a00 IMOBHA BIJICYTHICTh aKTHBHOCTI (pepMEHTY o-rajakro3uaasu A (o-
Gal A, EC 3.2.1.22) [1,2] npu3BOAKTE 0 IPOTrPECyIOUOro HAKOMWYEHHS TIIKOMIIIIIB, Y HEPIILy
yepry  rmnoborpiaosminepaminy (GL-3, Gbs) Ta #oro neanmnboBaHoi  dopmw,
rno6otpiaosmwichinrosuny (lyso-GL-3), B mia3Mi KpoBi Ta y 0aratbox BHJIaX KIITHH Y BChOMY
oprafizMmi. [lo IXHBOrO YHUClIa BXOJATH 1 Ti, SIKI € OCOOMWUBO BaXUIMBHMH IS IATOTCHE3Y
3aXBOPIOBaHHS (HANIPUKJIAA, CHIOTETANIbHI KIITUHU CYANH, TIOJIOIUTH, KApAIOMIOIIUTH, KJIITHHA
ITIQJICHBKHUX M'A31B apTepiil) Ta iHII BUIYU KIIITHH Y HUPKaX, HEPBOBIM CUCTEMI Ta IHIIMX OpraHax
[1,2]. Ha manmii yac xiIiHiYHHN JOCBiI 3acTocyBaHHs (GepMmenTozamicHol teparmii (P3T) mis
nikyBaHHs XxBopoou Padpi (XD) naniuye 15 pokis [3,4].

Brnepiie X® Oyna onrcana y 4oJIO0BIKiB 13 TSKKUM KIIIHIYHUM (DEHOTHUIIOM, 3apa3 BiTOMHUM
sk «iacuuHay X® [1,2]. 1li mamieHTH XapakTepu3yHOThCs BIJICYTHICTIO a00 CeprlO3HHM
sHmwkeHHIM (<1% cepenuboi HOpMu) akTuBHOCTI 0-Gal A, 3Haynum HakomuyeHHsM GL-3 B
SHIOTETAIbHUX KIITHHAX CYIWH, KapIiOMiONHTaX, KIITHHAX TJAJCHBKOI MYCKYJIaTypH Ta
MOJOIMTAX, IMOSBOK CHUMIITOMIB B JUTI4YOMYy ab0 MiATITKOBOMY Billl 1 HACTYIMHUM
IPOTPECYBAHHSM JO TOJIOPTaHHOT HEAOCTaTHOCTI 1, 3pemToro, cmepti [1,2]. TIpore Gimbmia
YacTHHA MAIEHTIB Mae (PEHOTHUNHM 3 IMi3HIM TMOYATKOM 3aXBOPIOBaHHS 1 3 PI3HUMHU PIBHSAMHU
3a1MIIKOBOT akTUBHOCTI 0-Gal A, BikoMm mouaTky Ta nposiBamu [2]. 3a maHUMU JOCIIKEHb 31
ckpuHiHrom HoBoHapomkeHux (CHH), 3axBoproBaHICTh 1151 KITACUYHOTO PEHOTUITY Ta PEHOTHITY
3 Mi3HIM [MOYaTKOM cTaHOBUTH 10 1 Ha 22 570 vosnogikiB Ta 1 Ha 1390 vosoBikiB BianoBigHO [5].
CrexTp TSKKOCTI 3aXBOPIOBAHHS Yy T€TEPO3UTOTHHUX JKIHOK BapilO€THCS Bil O€3CUMIITOMHOTO 10
TSKKOTO (DEHOTHILY, SIKMM Harajaye TOM, IO CIIOCTEPIraeTbCs y YOJIOBIKIB 13 KJIACHYHUM
(eHOTHIOM, 1 YacTKOBO 3aJIeKMTh BiJ MyTauii Ta mOpoduIo IHAKTUBALIl X-XpOMOCOMHU
(maitonizartii) [2,6-8]. [Ipo TsKKI KITIHIYHI TPOSIBH MOBIIOMITISLIIOCS y TprHAiMHI 43% KIHOK, SIKi
€ obmiratauMu Hocismu [7,9,10]. TToimomisutocs mpo uucinenni mytaitii GLA [11-15], i napasi
IPOBOAMTHCS pPOOOTA 1 BCTAHOBJIEHHS 3B'i3Ky MK MytamisiMu GLA Ta OCHOBHUMU
benoTuniuauMH miaTHnamu [16].

Munyne necATWIITTS O03HAaMEHYBAJOCs PO3BUTKOM OUIbII TJIMOOKOTO PO3YMIHHSA
naToreHesy, NpupoAHOro nepediry i nommupeHocti XD, a Takox edhektuBHOCTI i oomexenb O3T.
I1i mocsrHeHHs 3MIHWIM Hall TiAXIJ 10 MOHITOPUHIY 3aXBOPIOBAHHA Ta TEPareBTUYHOIO
BTPYYaHHS, @ OT)Ke, BHHHKIA HEOOXIJIHICTh MEpPerisHyTH W OHOBUTH PEKOMEHJAlii MI070
MOHITOPHHTIY Ta JIIKYBaHHS IPH MOJIICUCTEMHOMY YPa)K€HH1 Y JOpOCTUX naiieHTiB 3 XD, ki Oynu
onyOikoBani B 2006 poui [17]. Lleit 1oKyMeHT JOMOBHIOE JEsIKi 1HII TOKYMEHTH, IPUCBIYEHI
HeBupimenuM nutaHHsaM (KDIGO [18]) abo acmekTaM MiarHOCTUKH Ta BEJACHHS XBOPOOH, sIKi
3a3BUYall 30Cepe/KyBalM yBary Ha OKpemux opranax [19-28]. Kpim Toro, 1i OHOBIEHi
peKOMeH1allli MiIKPECTIOI0Th BaXKJIUBICTh PAHHBOI'O MOYATKY JIIKYBAHHS SIK Y YOJIOBIKIB, TaK 1y
JKIHOK 1 HaroJjomyloTh Ha 3HA4YeHHI I1HAMBIAyamizamii MeAWYHOI JOMOMOTH TAaIlleHTaM Ta
MDKIUCITUTITIHAPHOTO TIAXOAY 0 BEACHHS 3aXBOPIOBaHHS. PexoMeHmarlli moao mpUnuHEHHS
Tepamii He BKJIIOYEHI 10 I[l€l CTaTTi, OCKUIbKM KJIIHIYHI HACHIAKM TPUIHHEHHS Tepamii B
NopiBHSIHHI 3 TpojioBkeHHIM P3T nmoku 3anumarTbes He3'scoBaHUME [29].

Po3pobka 1mux pexomeHpgamiii Oyna posmouara B sunHi 2014 poky Ha 3acigaHHi
MDKHApOAHOI rpynu ekcrepTiB 3 XD, 10 sKoi yBIMILUIM MPEeICTaBHUKU CEMH CHEIIaIbHOCTEMH,
BKJIIOYAIOYU HEPPOJIOTi0, KapJioJIOTiio, HEBPOJIOTiIO, T€HETUKY, FeHETUYHE KOHCYJIbTYBaHHS,
neaiaTpiro Ta MeTaboIiuHl po3naau, CKIMKaHoMy B Atnanti, mrat Jxopmkis, CIIA, 3 MeToro
NEPEerJISIHYTH ICHYIOUl peKOMEHfalii mojo dikyBaHHs nopociux 3 XO [17]. INonmanbuii
0OroBOpEeHHsI MPOXOAMIM MiJ 4Yac 3acifaHHs rpynu B jroTtoMmy 2015 poky B Opnango, mrar



®nopuga, CIIA. JlikyBaHHS IiTeH y IIUX OOTOBOPEHHSIX HE PO3TIISAAIOCS; PEKOMEH AL 1010
MOHITOPHHTY Ta BEJCHHS MAIIEHTIB IUTAYOTO/MiTITKOBOTO BIKY BXKE PO3POOIISIINCS TPYIOI0
excriepriB 3 X® y niteli Ta Oynm HemomasHo omyOmikosani [30]. IpydTyroumch Ha LuX
Oe3nocepeHiX OOrOBOPEHHSX MK YYaCHUKAMH TPYIH, HE3aJCKHUN KOOPIMHATOP MiArOTyBaB
MIPOEKT OHOBJICHUX PEKOMEHIAIIIH 1010 KITHIYHOTO BEJEHHS M0opociuX namieHTiB 3 XPD. Koxen
YJIeH TPy BHOCUB CBOI MOMPABKH JI0 PEKOMEHAIII, BUXOISTYH 31 CBOTO TPUBAJIOTO KITHIYHOTO
JOCBily Ta MIMOOKOTO 3HAHHS JITEpaTypH; y 3B'SI3KY 3 MM CUCTEMATHYHUH OIS JTepaTypH
I0/I0 KJIIHIYHUX PE3yNIbTaTiB HE MPOBOJAUBCS, 1 CTYIIHb OOTPYHTOBAHOCTI TAaHUX PEKOMEHIALiN
He oIliHIoBanacs. PexomeHaanii neperisgaiucs B JEKUIbKa €TamiB, MOKA HE OyJ0 JOCATHYTO
KOHCEHCYCYy MDK YyciMa ydYacHUKaMu TPyNH, 3 ypaxXyBaHHSAM BaXJIMBHX HEIIOJaBHO
OITyOJTIKOBaHUX JTAaHHUX Ta EPCIICKTHBH.

KomenTap po6o4oi rpynu:

XD gioHOCAMb 00 NAH-eMHIYHUX 3AXB0OPIOBAHL 3 NOWUPEHICMIO 8i0 00H020 BUNAOK)Y HA
40000-60000 uonosikie oo 117000 & 3azanvuin nonynayii Aecmpanii, 476000 — Hidepaandis,
15000 - Hoeoi Lllomnanoii [1,2]. 3a danumu HayionanbHo2o pecicmpy nayicHmie 3 X60poooro
Dabpi CILIA (National Fabry Disease Population,  peorcum oocmyny:
https://www.fabrydisease.org/index.php/about-fabry-disease/how-many-people-have-fabry-
disease) nowupenicmo X® cepeo uonosixis ckradae 1 xeopuii na 40000-60000 ionosionozo
HaceleHHsA, NOUUpeHicms Mymayil, wo ycnaokogyiomocs 3a X-34enjieHum munom, y JHCiHoK —
806iui Oinvbule, a Kinbkicmv dcinox 3 nposgamu X@ 3a uasenocmi mymayin - 69%. [lpu
nepepaxyHKy yux yugp Ha yonosiue Hacenenwns Yxpainu cmanom na 01.01.2017 (19644580
yonosikie 3a Oanumu Jlemoepaghiunoco wopivnuxka "Hacenenns Yxpainu 3a 2016 pik")
PO3PAxyHKo8a KilbKicmb nayicHmie cmanoeums 6i0 778 0o 1166 ocib (xeopux uonogixie ma
JHCiHOK 3 nposisamu XD).

IIpoepamu ckpuniney HOBOHAPOOINCEHUX, HEUOOABHO 3ANPOBAONCEH] 8 OKPeMUX KPAiHAaX,
BUSHAYUNIU HAABHICMb NAMONO2IUH020 2eHy V 00H020 xaonyuxka 3 3000-1300 obcmedcenux, y
oowuiei diguunku 3 400 [3-6]. Excmpanonayis yux yugp Ha KiibKicms HOBOHAPOOI’CEHUX 3a PIK 8
Ykpaini noxazye moxcausicmo Hapooicenus 6i0 273 0o 480 nociie namonociunoco 2eny minbKu
3a 2016 pik.

Hapasi, 6 nepioo 3 2005 no 2018 poxu 6 Yxpaiuni 6yno diacnocmosano 14 nayicumis 3 XD
(3 Hux 3 dcinku), oOun 3 nux nomep y 6iyi 34 pokie. Cmanom na 01.10.2018 poxy é enekmpoumy
6azy Llenmpy opeannux 3axeoprosans eHeceno 13 nayienmis 3 XD: 3 oumunu ma 10 oopociux.
Ulicmo 3 nux ompumyroms P37

2. lIposiBu 3aXBOPIOBAHHA

[Tpu xnacuuniit X® nepii CUMITOMH, B TOMY YHCJI1 XpOHIYHUI HEBpPONATUUHUMN OUIb Ta
eMi30IMYHI TSDKKI O0JIbOBI KpU3HW, 3BMYAHO BMHUKAIOTH y TUTHHCTBI (Tada. 1). Kpim mporo,
IHIIMMM 4YaCTUMHU DPAaHHIMU TIPOSIBAMH XBOPOOHM € TINOTiIpo3, MOPYUIEHHS 3 OOKy UWIKIpU
(anriokeparomi), nuryHkoBo-kuikoBi (ILK) posznanu (31yTTs s)xuBOTAa, Hiapes, OiIb y )KUBOTI) Ta
XapakTepHe Oe3CHMIITOMHE TIOMYTHIHHS pOTiBKM (BOpOHKomomiOHa kepatomarisi) [1,2].
[TpuxoBaHe ypakeHHsI HUPOK MOX€ BUHUKHYTH B MOJIOZIOMY Billl, BKJIIOYAIOUU aJIbOYMIHYPIIO
(BM3HaYanmpHA O3HaKa XpoHiuHOi xBopoObu Hupok [XXH]) Ta rmomepynockiepo3 [33,43,44].
CUMNTOMHI YCKJIaJHEHHS 3 OOKy BHYTPIIIHIX OpraHiB 3BHYAMHO 3'SBISIOTBCA y MOJIOAMUX
JIOPOCIIMX TMAIi€HTIB, Yy TOMYy 4Mciai mporpecyBaHHs XXH 10 HHUPKOBOI HEJOCTaTHOCTI Ta
rineptpodis iiBoro nurynouka (I'JIII), sika cynpoBomxyeThes piOpo3oM Miokapa Ta apUTMISIMH,
BTpaTa CiIyXy, TpaH3uTopHi imemiuHi ataku (TIA), iHCYyabTH Ta, 3peLITOIO, NepeyacHa CMEPTh
[7,32,45-50]. TIposiBu 3 OOKy cepiisi, WMOBIpHO, 00yMOBjeHI HakonuueHHsIM GL-3 y TkaHHHaxX
cepls, a TaKOX 3anajJbHUMHM Ta HEHPOrOpMOHAIBHUMH MeXaHi3MaMM, L0 MPUBOAATH [0
TucYHKIT KITHH cepid 1 cyaud [45]. IToBimomisiiocs mpo nposiBU 3 OOKY JIeTeHb (HapUKIai,



3aJIMIIKA, CBUCTSYE TUXaHHs, Cyxui Kamensb) [39]. V mamieHTiB 3 GEHOTUIIOM 3 TI3HIM OYaTKOM
XapakTepHi cumnTomMu 3 Ooky cepus (taki sk [JIII, aputmis, BiIXWJICHHS BiJl HOPMH Ha
300paXeHHSIX MarHiTHO-pe3oHaHcHOi Tomorpadii cepus [MPT]) ta, B piAKiCHUX BHIaaKax,
3HIDKEHHS IBUAKOCTI Ki1y0oukoBoi ¢inbrpanii (LIK®) BHHMKAIOTH Ha YETBEPTOMY-CHOMOMY
JNECATUIIITTI JKUTTSA, IO BigoOpaskae TMi3HIM TOYAaTOK 1 OLIBII TOBLIBHE MPOTPECyBaHHS
3axBoproBaHHS [2,51,52]. ChoexTp 3aXBOpIOBaHHSA Yy TETEPO3UTOTHHUX KIHOK Bapiloe Bif
0e3CUMITOMHOTO a00 3 JerKUM (EHOTUIIOM 3 Mi3HIM IMOYaTKOM, KOJIH ypa)KaroThCs, SIK MPaBUIIO
JWIIe AEKUIbKa opraHiB abo OJUH OpraH, A0 TSHKKOTO (PEHOTHITy (SK 1€ CIOCTEpIraeThes y
YOJIOBIKIB 3 KJIAaCHYHUM (EHOTHUIIOM XBopobu) [2,6-8]. laHi peecTpy cBigdarh Mmpo Te, IIO
Kap/1ioMionaTist Ta IHCYJIBTH TaKOK 4aCTO 3YCTPIYAIOTHCA Y JKIHOK 1 110 YCKJIaIHEHHSI XBOPOOH Yy
JKIHOK 3BUYAHO PO3BHBAIOTHCS Y OUIBII CTAPIIIOMY Billi TOPIBHSHO 3 YOJOBIKAMH, X04a HUPKOBA
HEJIOCTAaTHICTh MOJKE MPOSABISATHCS Y MONIOHOMY cepeaHbOMY Billi [53,54] y KiHOK 13 HETUTIOBUM
XapaKTepoM 1HAKTUBAIli X-XpOMOCOMH Ta 3 MEPEBaKHOIO eKcrpecito MmyTaHTHoro anens GLA
[6,7,34,46-48,53,54]. Binbin geTanbHU ONKC KIIHIYHUX O3HAK i cumnromiB X® HaBeneHUU y
Tab6a. 1 ta B gomarkax A, b, B, I' ta JI (mupku, cepue, nepudeprdna HEPBOBAa CHCTEMA,
nenTpansHa HepBoBa cucrema (LIHC) ta iHmi cucremu opranizmy BiAIIOBIIHO).



Kniniuni nposiBu kiacuaHoi xBopoou Pabpi

Taoauus 1

Tunosuii Bik

Cucrema opraHis XapakTepuCTUKHI [Taromnorii [IOYaTKy
(mecsaTImTTS)
1 2 3 4
[Tepudepuuna HetiponaTuunuii 61116 (paHilie Ha3UBaBCs HetiponaTisi TOHKMX BOJIOKOH, BTpaTa TOHKUX MiejiHi30BaHux | [lepmre [19]
HEpPBOBA CHUCTEMa aKporiapacrTesi€ro), 00JIb0B1 KPHU3H, ATUTIOBI Ta HEMIENIHI30BaHUX BOJIOKOH, HakonuueHHs GL-3 B
(3a XapaKTEePUCTHUKAMHU Ta JIOKATI3aIli€10 JIOPCATLHUX KOPIHIIEBUX TAHTJIISAX, CKTOMIYHI PO3PSIH,
00:110) XpOoHIYHI 200 emi3ou4HI 00JIi; MO3KJIMBO, Yepes3 MiABUILEHHS akTHBHOCTI Na* kanais
HEMEPEHOCUMICTh CIIEKH Ta/abo XO0Jo1y; (Nav1.8) i TRPV1; [31] akcoHanbpHa AereHepaliisi BHACIIOK
nopyuieHHs: QyHKII{ MOTOBUALJICHHS ireMii, BTOpHHHA 10 BiIHOIIEHHIO JI0 MACHBHOTO
(rimoriapos) HakonuueHHa GL-3 B enpoTenianbHUX KIITHHAX MIKPOCY/IUH;
TiMOriAPO3 TAKOK MOKE OYTH TOB'SI3aHUH 3 BIAKIAICHHIMU
GL-3 y noTtoBux 3a503ax
Brpara cnyxy, BigqyTTs IIyMy/I3BOHY Y MoIiBO, Yepe3 3BYKEHHS KOXJICAPHUX 1 BECTUOYIIPHIX [TounHaeTnhcs

ByXax; 3allaMOpPOYCHHS, BEPTUT'O

cynuH, Biaknananus GL-3 y cnipanbHUX raHriisax Ta
BECTHOYJISIPHUX CTPYKTYpaXx; illeMiuHa CIyXOBa HeHpormaris

Ha TPETHOMY
JIECATUIITTI 1
[IOCUIIOETHCA 3

BiKOM [32]
Jlepmarosioriyaa AHriokeparomMu OcnabneHi CTIHKY KalUIIpHUX CYJIUH Ta eKTa3is B IepMy [epme/npyre
yepe3 HakonndeHHs1 GL-3 B eHmoTemiabHUX KITIITHHAX [2]
MIKpPOCYJIMH
[IIynkoBo- Hynota, 6itoBaHHs, yepryBaHHs Jiapei Ta 3BYKEHHS ME3E€HTEPIaJIbHUX KPOBOHOCHUX CYJIMH Yepe3 [Tepme [2,30]
KHILIKOBA 3aropiB; O171b Y )KMBOTI Ta/abo0 34yTTs XKHUBOTA; | HakonuyeHHs GL-3 B eH10TeNil MIKPOCY/AUH; ypaskeHHS
npoOseMu 3 HAOOPOM MacH TiJia B JUTHHCTBI | ME3EHTEPIAIbHOTO Ta MiJICTM30BOTO CIJICTEHHS; HAKOITMYEHHS
GL-3 y BereraTUBHUX T'aHTJIiSAX KUIIEUHUKA; BEreTaTUBHA
HeWpomaris
Odranbmornoriuna | BoponkonoaiOHa kepaTonarist; Backynonaris | CMyru B emiTelnii poriBKu, BaCKyJIONaTis [epme/npyre
KOH'IOHKTHBH Ta CITKIBKH, KaTapakTa, OKJI031s (3BHuaitHO

LEHTpaJIbHOI apTepii CITKIBKH (PiIKO),
3MEHIICHHS CITO30BUIIICHHS

IPUCYTHI Bij
HapOKEHHS )

[1]




IIpoooeoicenns Tabda. 1

1 2 3 4
Hupku [Taronoriyna anbOymMiHypis/IpOTEIHYPis Hakonmmuennst GL-3 B mojonuTax Ta pisHUX BUaax HUpKoBUX | Ilepme/mpyre
KIIITHH; YPAKECHHS MOJIOIUTIB (3T1a/KyBaHHS «HIMKOKY [33]
MOJIOLUTIB MEPEJIy€E MATOJIOTIUHIN aTbOyMIHYPii)
3HIKEHHS IBUIKOCTI KITyOOYKOBOT ['momepynockiepo3, BTOPHHHUH 110 BiIHOIIEHHIO IO BTPATH Cepenniii Bik
bimpTparrii, sKke Mporpecye 10 HUPKOBOT MOJIOLIUTIB, KaHaJbIeBa aTpodis, iHTepcTHIiitHU (Hi0po3, HACTaHHS
HE/I0CTAaTHOCTI HakonnyeHHs1 GL-3 B eH0Temnil MIKPOCYIMH Ta ypaXKeHHS HUPKOBOI
apTepion HEJIOCTaTHOCTI:
40 pokiB [34]
Cepue Kapaiomionatist (oco0nuBo rineprpodivyna Binxunenns na EKI' (ckopouenuit intepBan PR — nuiie Ha YerBepre/n'saTe
KapjaiomionaTisi 3 KOHIEHTPHYHOIO paHHIxX craisx, imBepcis 3yous T), TJIL (ExoKI” Ta MPT (3BHUuaiiHo 6€3
rinepTpodiero Ta MiHIMAIbHOIO/BiICYTHHOIO cepIis), Mo MPU3BOAUTH JI0 TinepTpodidyHOT KapaioMionarii Ta | CAMITOMIB,
OOCTPYKIIi€r0 BHXITHOTO BiJIUTY IUTYHOUKA); | iOpo3y Miokapaa (i3HE yIIUTbHCHHS 3aIHBOT JIOKH TTaIli€HT
3HIKCHHS TIEPEHOCUMOCTI (DI3NIHUX HIKHBOOa3aapHO1 cTinku Ha MPT cepiis) HE JIOCSTHE
HABaHTaXCHb; CHHKOIIE; ceprieBHid (HiOpo3; CEpEIHBOTO
ceprieBa HEAOCTATHICTh (MIEPEBAYKHO 31 BiKy) [35]
30epekeHOor0 QPAKITIEI0 BUKHITY).
Bbpaaukapis — XpoHOTpOIHA
HEKOMIIETEHTHICTh; (piOpuiIsLis nepencepip,
IIUTYHOYKOBA TaxiKapis; panToBa cepiena
CMEpTh
CynunHa AopTanbHa PUTiJIHICTh 301IBIIEHHS TOBIIUHN IHTUMHU-ME1a Hesinomo [36]
LepeOpoBackymnspua | TIA; imeMiuyHuil 1HCYNIBT 1 (piamie) OxJ103151 APIOHUX CYJUH, J10JIIX0€KTa31s (0COOIUBO Tpere Ta

reMopariyHuil 1HCyJbT; LepeOpatbHUN
BEHO3HUH TpoMOO03; po3IIapyBaHHs LINITHOTO
CerMeHTa COHHOI apTepii

0a3uIsIpHOI apTepii), XpOHIYHI riNepiHTEHCUBHI BOrHUIIA 011101
pedoBuHH, TIA Ta iIHCYNBT Yepe3 ceplieBy apUTMIiIO

yeTBepTe [37]

HepBoBo-nicuxiuHa

UYacTo: nempecis; TPUBOKHICTh; TTaHIYHI
aTakH; TPYAHOILI 13 COLIANbHOIO aanTalli€lo.
Pinko: 3HMKEHHS KOTHITUBHOT (PYHKIIIT 1
JIeMEHII1s

[ToTeHuiifHO MOB'A3aH]1 3 )KUTTAM 13 XPOHIYHUM
3aXBOPIOBAHHSM, TUIIOC HEHPOMIATHUHUM OUTb Ta OKITI031s
IpiOHUX CYAMH, a TAKOK 3HWKEHUI rinokaMnanbHul 00'eMm,
MHOXHHHI 1H(ApKTH Ta OKJII03is APIOHUX CyIUH; BOTHUIIA
ypaXeHHsI OUT0T peYOBHUHU

Tpere Ta
yeTrBepTe [38]
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IIpoooeoicenns Tabda. 1

1

2

3

4

JnxanbHa

3aauinKa, CBUCTSYC JUXAHHS; CyXUH Kalllelb;
MOPYIICHHS JUXaHHS yB1 CHI

OOCTPYKTHBHI 3MiHU B TUXAJIBHUX UIAXaX (3
PECTPUKTUBHUMH HACiIKaMu a00 0e3 HUX), 3MEHIIICHI
CIIIPOMETPHUYHI ITapaMeTPH; Ha Mi3HIX CTaIiAX — BIAXUICHHS
BiJl HOpMU Ha peHTrenorpami / KT-3HiMKy (Jierenesi
iH}imBbTpaTH, Hi6PO3, CKCIIpaTOPHE 3aKPUTTS AUXATBHUX
[UISAX1B); HAKOMMYEHHS TTIKOMIIMIIIB Y KIIITHHAX TUXAITBHUAX
NUISIX1B MAJIOTO Ta CEPEIHBOTO KaIiopy

Hesinomo [39]

Jlimparnana

Jlimparnunuii HAOPSK y BCix a00 OKpeMux
KiHIIBKaX (TaKoX ITiJ] 0O4MMa), HaOpsIK 3
BUHUKHCHHSIM SIMKH TTPY HATHCKAHHI

Haxonu4eHHs TiKoiniAiB B TIMPaTUIHUX CyIUHAX;
dbparmMeHTarliss MikpoIiM(paTHIHOT MEPEKi

Yersepte [40]

00 IMYYS Ta CIIOTYYHUX TKAaHUH OOJIMYYS 1O Mipi iXHBOTO
POCTY 1 pO3BUTKY

OnopHo-pyxoBHii OcrteorieHisi, 0CTEONOpo3 3HMKCHHS MiHEPAJIbHOT IIIHOCTI KICTOK MOMEPEKOBOTO Hpyre 1a Tpete
armapar BiJ/1iTy XpeOTa Ta MUHKNA CTETHOBOT KiCTKH [2,41]
Iamm Jlerkuii mucmopdizm ooaudus MosxiuBo, yepes 6e3nepepBHe HakonnmueHHs: GL-3 y kictkax | HeBimomo [42]

KT xomm'torepna tomorpadisi; EKI enextpokapaiorpadis; GL-3 rmoborpiaosunmepamin; ['JII rimeprpodist miBoro muryHouka; MPT marHiTHO-
pe3onancHa ToMmorpadist; TIA TpanzutopHa imemiyHa ataka; TRPV1 Baninoin 1 TpaH3UTOPHOIO pEENTOPHOrO MOTEHIIATY.
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KomenTap po6o4oi rpynu:

X® sax  mynrbmucucmemHOMY 3AXB0PIOGAHHIO NPUMAMAHHUU  3HAYHUU  KIIHIYHUL
RONIMOPDIZM 3 WUPOKUM CREKMPOM MIdNC- MA HYMPIUHbOCIMEUHOT MiHAUGoCcmi cumnmomis [2].
Cnissionowenns penomunis 1 (kracuunuii) ma 2 (nizuiti nouamox) cknaoae 1 oo 7 [7]. 3anescro
810 (henomunosux o3nak sudiisioms pizui sapianmu X® [2,7-17] (Tada. 2).

Taoaunsa 2
Bapianmu xeopoou @abpi 3anexcro 8i0 HAsA6HOCMI heHOMUNOBUX O3HAK
Tun 1: knacuunut DAaHHIU MYTbMUOP2SAHHICb 0bymosnenuil
no4amox VPadCeHHs1 3 MUNOBUMU KAACUYHUMU
(nepesasicHo 8 | cumnmomamu ma mymayiamu, aKi
oumuHcmei) VCKIaOHEeHHAMU maroms 100%
NAamocerHicms
Tun 2: nexnacuunuii RI3HIU NOYAMOK | Yacmiuie «K MOHOCUCTNEMHULL»
(amunosuit, "m'sxuu”, (nicas 20-mu (ymo8Ho) apianm:
POKig) KapoianvHull, HUPKOBULI,
IHCYIbMHUL, THWI .
- - — — - - 00yMO81eHUl
l'enemuunuii eapianm | 6y0b-aKu 6iK KATHIYHUL nOIMOpdism .
L mymayiamu 3
HeGUSHAHEHO KNIHIHOI sapiabensHoio
3Ha!'¢y wocmt _(BH3 B namoz2eHHicmio
sapianm HegiooM020
snavenns, GLA GVUS -
genetic variant of
unknown significance)
Hociticmeo 0y0b-saKull 8iK KAIHIYHI NPOs6U 8I0CYMHI 00yMO8IeHUll
NAMmMoN02IYHO20 2eH) (orcinKu) mMymayiamu 8
2emepo3uUcomHo
My cmaui 3
8apiabenbHo0
NAMO2eHHICMIO

Ipupooniii nepebic XD nepedbauae nocmynoge HAKONUHUEHHS O3HAK YPANCEHHSL PIZHUX
cucmem opeanizmy (puc. 1), nocipuienns akocmi scummsi ma CKOpOUeHHs: 1020 mpueaiocmi (Ha
20 poxie y uonosikis, 10—15 poxis - y acinok) [2,9,17-19].

Puc. 1 Ilpupooniii nepebic xeopoou Dabpi, npumamanHuii 3axX60pPHO6AHHIO 00 epu
pepmenmo-3amicrnoi mepanii (0o 2001 poky) (adanmosano [21].
- | natonoria cepus
— | naronoria LUHC
e : | naronoria HUpok

— - | naronoria WKT
e 3MIHM OKQ
l | QHFIOKEPATOMU

— akponapecresii

Aiarxos lcmepTs: 50 (40-56)

—— AKICTb XUTTA




Iposieu X®@ ma weuoxicms npoepecysanns i 3anexcams 6io [1,5,11,12,20, 22-24]:

- cmami xeopozo (TadI. 3);

- Jokanizayii - Hakonuuemoeo  cyocmpamy — (opeanocneyughiumicmv,  po36UMOK
«MOHOCUCIMEMHO20Y» 8apianmy);

- BIKY (KAIHIYHI O3HAKU 3'S61I0MbCSL 3 4ACOM 8 PI3HIll nociooeHocmi) (Tad. 4).

Ta6auna 3
Kniniuni ocobnueocmi xeopoou @abpi 3a1ex4#cHo 8i0 cmami X60poco

JHCIHKU (2emepo3ucomu, aje 8i00Mi 0eKiibKa
4on08IiKU (2emizucomu) VHIKAbHUX CiMell 3 NIOMBePONCeHUM
20MO3USOMHUM 8APIAHMOM)
3a624CO0U € NPOSABU 3AXBOPIOBAHHS, MOdHCIUBUL pO36UMOK | muny (Kiacuunuul
nepesadxcae 1 mun (kiacuunuil éapianm) eapianm), 2 muny (3 ni3Him nouamxkom) ma
acumnmomamudHuil eapianm (m.3.
HOCIICMB0)
cepeoHitl ik nouamky 1 muny (K1acuunozo cepeoniti gix nouamky 1 muny (Ki1acuyHo2o
sapianmy) — 6 pokie sapianmy) — 9 poxis
2 mun yacmiwe manihecmye HUPKOBUM 2 mun yacmiwe mMauighecmye OinbulL 8ANCKUM
gapianmom abo paHHiMu IHCYTbmamu KapOianvHUM 8apiaHmom
KIIHIYHI 03HAKU 3'S18I5110MbCS paHiuLe Oinvw nizna manicpecmayis — na 10-15 poxkie
OIIbUL BAIICKA KNTHIYHA KAPMUHA MOIHCIUBA MEHUL 8AIICKA KIIHIUHA KAPMUHA
ma nogijibHiule Npo2pecy8anHs
OCHOBHA NPUYUHA CMEPMI — MEPMIHATbHA OCHOBHA  NMpu4yuHa cmepmi — cepyesa
HUPKOBa HeOOoCMAamHicmy HeO00CmamHuicmy
Taoauns 4

Manigecmayia xeopoou Dabpi y pizHux 6iKoeux epynax: Haubiibul 4acmi CUMNMOMU
(aoanmosano [7])

Bik
<16-mu poxis ‘ 16-30 poxis ‘ >30-mu poxie

akponapecmesii, 0016081 Kpusu
aH2I0Kepamomu 30LIbUWEHHSA KiTbKOCMI ma dlamempa aHeiokepamom
opmanvmono2iuni deghpexmu: Kepamonamis, Kamapaxkma, CYOUHHI YPAHCEHHS
NpUSIYX)y8amicmo ‘ 27yxoma, «036iHy» y 8yxax
3MEHUEeHHS YU 8I0CYMHICb NOMOBUOLIEHHSA (2IN0- YU a2iopo3)
AY >30 me/006a spocmanns pienss AYV>1 | XXH (npoepecysanns 0o

2/0oba; ninioypis; mXHH)

2emamypis
Hecneyughiuni diapesi, aboomiHanbHULl OiNb
nopyuenns 3 ooxy LIIKT
MIS8IicmMb, BMOMA

Haobpsku, timgocmas
nepiooudHi niosuweHHs memnepamypu 00
cyoghebpunbHOi, IUXOMAHKA

Jimghaoenonamisi

uymaugicms 00 X000y Mma CneKu, mepmoaadiibHicCmb
CYOKNIHIUHI 3MIHU 3 Xgopoba cepys, apmepianibHa
00Ky cepys 2inepmensis

IHCYyIbm, 20cmpe NopyuleHH s
MO3K08020 Kp0B00OI2y
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Ilepenik nposeie X@, oxpim 32a0anux, ModxiCymsv OONOGHIOGAMU 1 I[HWI:, aHeMis,
2inomupeos, 3ampumKka Cmamesozo po3sumky, besnnioos mowo [12,17,20].

binvwicms npossie XD necneyughiuni i modicyms mackysamucs nio 0y0b-saKkutl Cmam 4u
3axeoprosanns. Haubinow odmedsiceni kniniuni nposisu X y oimetl. Y gikosiu epyni 6io 5 0o 16-
MU POKI6 3aXBOPIOGAHHA HAUYACMIWE BUSHAYATOMb 34 HASAGHICMIO OOHO20 3 CUMNIMOMIG!
akponapecmesii, — 001b08020  Kpusy,  auciokepamom, — MJIAGOCMI,  GMOMIIBAHOCHII,
cyoghebpunimemy abo cinepmepmii, npueiyxysamocmi, aibOyMiHypii, HecneyugiuHux nopyueHs
3 Ooky cucmemu mpasnenns [7,19,22,24].

3. 'eneTuka

a-Gal A — ie romotuMepHHA TIIIKOTIPOTETH, KU KOAyeThesi TeHOM GLA, 110 3HaX0IuThCs
Ha JOBromy Iiedi X-xpomocomu [1,2]. B nanuii yac B 6a3ax maHux MyTalliid reHiB omrcaso 919
nepeOynoB B reni GLA, 720 3 sikux — narorensi [11-15]. X® BUKIMKAIOTh MiCCEHC-, HOHCEHC-
MyTalii, MyTaIii caliTy CIUIaiCHHTY, BEJIHMKI Ta Mali Jeneuii, iHcepuii Ta iHBepcii, a Takox
KOMIUIEKCHI MyTanii (pue. 2). Y LiJIOMYy HOHCEHC-MyTallil, MyTalii CaiTy CIUIaHCHHTY Ta
OUTBIIICTh MyTalliil 31 3CyBOM paMKH MPHU3BOJAATH 0 QYK€ HHU3bKOI a00 MOBHICTIO BiJICYTHHOT
aKTHBHOCTI pepMeHTy a-Gal A 1 acomiorThes 3 KilacHYHUM (GeHotunoM. Ha BinMmiHy Bij 11b0r0,
JesIKi MiCCeHC-MyTallil MOXKYTh KOAyBaTH (PePMEHTH 13 3aJIMIIKOBOIO akTHBHiCTIO a-Gal A, mo
MOJK€ TIOSICHUTH ()EHOTHUITH 3 TI3HIM TTOYaTKOM. 32 BUHATKOM OCTaHHIX ImyOJikaiii [55], 3aranpHi
peecTpH Ta KIIIHIYHI TOCIIKeHHs He KiacudikyBanu namieHTiB @adpi 3a TeHOTUIIOM.

l [Tonan 720 myTariiii, HarpUKIaI,
HarorenHi HOHCEHC-MyTallii, Taki sk p.R227X,
MyTauii, p-R220X, p.R342X, 3cyB pamMku
KJIACHYHUI 3UMTYBAHHS, JeNelii Ta 6araTo MicceHc-
dbenoTHIr MyTaLiit
p.R301Q
I : B as Puc. 2 Jlesxi Kar0490Bi MyTaiiii,
Cryninp PR acoIliiioBaHi 3 KIIACHYHUM
TSAKKOCTI MyTanit, p.F113L
(beroTHIT 3 p.N215S (denotunom abo (peHoTUnoM 3
MyTai isHiM €.936+919G>A Hi3HIM I0YaTKOM XBOPOOH
HOYATKOM ®abpi, Bapiantu GLA
HeBigomoro 3HadenHs (BH3) ta
‘,’)'_':,:21925 no6posikicHi BapianTu. TpuKyTHA
BH3 ¢dopma BigoOpaxye OiIbII
p.R118C BHUCOKY YacCTOTY TOOPOSIKICHUX 1
HMOBIPHO JOOPOSKICHUX
JloGposiicHi BapiaHTil?. Jlikapi mOBHUHHI Matu
noniMopbizym A143T Ha yBa3i, 1110 Yepe3 TaKy OibIll
p.D313Y p.S126G p.E66Q BHCOKY YaCTOTY L{i MyTaryii
MOKYTb CIIOCTEPIraTucs npu

CKPUHIHTOBUX JOCTIHKCHHSX,
aJie BOHU MOXYTh OyTH He
MOB's13aH1 3 peaIbHUMU
nposiBaMu XxBopoou PDabdpi.

VY reTepo3uroTHUX KIHOK BiIOYBAETHCS BUITAIKOBA 1HAKTUBAIIIS UISTHOK X-XpPOMOCOMH, 1
IPOTHO3YBaTH MaiOyTHIN nmepedir 3aXBOPIOBaHHS y HUX JOCHUThH CKJIaAHO. HetunoBuii xapakrep
1HaKkTHBaLii X-XpoMocoMH (sSIKuii 3apeecTpyBaiu y 29% xiHok 3 XD y HelaBHbOMY JOCIIIKEHH1
[6]), mpu sikoMy BiOyBa€eThCs MepeBakHa EKCIpecist MyTallii, o BUKiIrKae XD, 3HaYHOIO Mipoto
ciopusie (eHoTUnoBid MiHnMUBOCTI [6]. Tak, y reTepo3UroTHHX >KIHOK, Yy SIKUX IEpPEeBaKHO
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EKCIPECyeThCsl HOpMalbHO (GyHKUIOHYIounid anenb GLA («aukoro tumy»), OynyTb BUHHKATH,
SKII0O BOHM B3arayi OyayTh, JHIIE JEAKI CUMIITOMH, TOMl SK Yy KIHOK, y SKHX TEPEBAXHO
excnpecyeTbcst MyTaHTHUE anenb GLA, mepebir 3axBoproBaHHS MoOxe OyTH aHAJIOTIYHUM
nepediry y 4oJioBiKiB — 3 KJIACHYHUM (PEHOTHIIOM abo 3 Mi3HIM MMOYaTKOM, B 3aJI€KHOCTI BiJ
ocobimBocti mytatiii GLA B wiit poauHi [2,6].

MeToau OLIHKM HETUIIOBOTO XapakTepy iHakTuBalii X-XpOMOCOMH MOXYTb OyTH
6araToo0IIMI0YMM 1HCTPYMEHTOM I TNPOTHO3YBaHHA (OPMYBaHHS TSIHKKOTO KIIHIYHOTO
(heHOTHUIY Y )KIHOK 3 KIIACHYHOIO MYyTaIti€ro [6].

Binbmicte maroreHaux mytauiid B reHi GLA € yHiKanbHUME, TOOTO 3yCTpi4alOThCS JIUIIIE
B OJIHIK a00 AekiIbKkoX ponuHax. [Ipu X crocrepiraeTbess BHYTPIIIHbOCIMEHHA (PeHOTHUIIOBA
BapiabeNbHICTh, IO YCKJIAIHIOE BUBUEHHS KOPEALii MK reHOTUroM Ta genoturom [2]. Byno
BHSIBJICHO KUIbKa KOPEJAIi, Hampukiam MicceHc-MmyTalliss p.N215S cTabinpbHO BHSBISETHCA y
namieHTiB 3 nepeBaxkHo cepueBumu mposiamu ([JII Ta rimepTpodivyHOO KapaioMiomaTi€ero)
[51,52]. SIBHI O3HaKK ypa)K€HHS HUPOK Y MAIIEHTIB 3 I[I€}0 MYTAIIEI0 3YCTPIYAIOTHCA PIAKO, 1y
BUMAJIKY IXHBOT HAIBHOCTI CJIi1 BUKJIIOYHUTH 1HIII TpUYHHHU, OKpiM XD [51].

[IposiBu 3aXBOPIOBAHHS y MAIII€HTIB 3 OHIEIO 1 TIEIO K MYTAIII€10 TeHIB, HABITh Y YOJIOBIKIB
3 OfIHI€T CIM'T, MOKYTB BIJIPI3HATHCS, IO YCKIATHIOE KOHCYIbTYBaHH:. DakTopH, sKi, UMOBIpHO,
MOKYTh 3MIHIOBAaTH NIPOSIB MEBHOI MyTallii, BKJIIOYalOTh HASBHICTh JOJATKOBUX MATOTEHHHUX
BapianTiB GLA a0o BapianTiB HeBizomoro rene3y (BH3, moxyTs OyTr Ha aneni GLA y 40soBiKiB
1 )KIHOK 3 1uc-izomepamu abo Ha iHmomy aneni GLA y xiHOK 3 TpaHC-i30Mepamu), a TaKOXK
TeHETUYHUH (OH MAaIli€eHTa, CYIyTHI 3aXBOPIOBAHHS Ta (PAKTOPH HABKOJIMIIHBOTO CEPEIOBHILA.
Hanpuknan, HemoaasHo Oyio mokazaHo, o — 10T nomimMopdizm, skuii 3HaX0quThes B uc-hopMi
B Mexax wmyrtamii p.Al143T, Moxe BIUIMBAaTH Ha CTYMiHb TSKKOCTI Ta 4Yac Madidectaii
3aXBOpPIOBaHHSA [56].

Jesiki myTanii, Taki sk [IVS4 + 919G > A (€.936 + 919G > A), 110 € qye NOIMKUPEHUMHU Y
TaiiBani Ta Ha miBAHI Kutaro, 1eMOHCTPYIOTh MEHIILy YaCTOTY MPOsIBY B iHIIKX Kpainax [57]. Toxmi
K, aeski mytamii B reni GLA, Taki six p.D313Y, p.E66Q i, iimoBipHO, p.R118C, MaroTh 10CUTH
BHUCOKY YacTOTY pO3MOBCIO/DKEHHS cepell NCSKUX 3arajlbHUX MONYJSAlid, Ha BIAMIHY BiJ
3apeecTpoBaHMX KJIiHIYHUX Trpyn marieHtiB 3 X® [57-60]. 1li wmyramii €, #WMOBIpHO,
JNOOPOSIKICHUMU  TTOJIiIMOp(i3MaMH, OCKUIBKM HeMae OIyOJIKOBaHMX JIO0KA30BUX MJAHUX IPO
J130COMaJIbHE HAKOMMYEHHS CyOCTpaTiB y TKaHUHAX, K1 IX eKCIPecyroTh. B X0a1 CKpHHIHTOBUX
nociijkeHb XD MoXyTbh OyTH BUSBIIEHI OCOOM 3 HOBUMHU M€HETUYHUMH BapiaHTaMM, €KCIIpecis
SKUX 11e He Bigoma [60].

Komenrtap po6o4oi rpynu:

Yepesz wnsax ycnaoxysanns X@ yacmiute 0iacHOCMYIOMb Y 2emMi3uecom 40a08i4oi cmami,
ane u 0o 69% ocinOK-HOCIi8 OeheKmHoeo 2eHa marms NPOABU 3AX8OPIOBAHHA (MaHighecmHe
HOCIliCMB0) 3a paxyHok ceepeeayii ozuax [11,25]. [layiecumam scinouoi cmami (cemepo3ucomHum
HOCiAM), Ha 8IOMIHY 6i0 iHWUX X-3YenieHux peyecusHuUx 3axe0pio6aHb, NPUMAMAHHA Oinbuia
2eMepPO2eHHICMb  KIIHIYHUX CUMNMOMI8 uepe3 NOoCHi008HY Mo3aiynicme X-xpomocom 3
BUNAOKOBUM BUOOPOM O00HIEL 3 080X Konitl O X-iHakmugayii (3a cinomesow Jlationa) abo
ocobaugocmsamu po3nooiny i mpancnopmy epmenmis nizocom [1,20].

4. IlinTBepAKEHHS XiarHO3Y

TecryBanHs akTuBHOCTI 0-Gal A mMae TiarHOCTUYHE 3HAYCHHS [T YOJIOBIKIB. AJie y Oy/1b-
SKOMY BUTIQJIKY MiATBEpKeHHS MyTarii B reHi GLA, 110 BUKJIMKA€e 3aXBOPIOBAHHS, € BaXJINBHM
JUIs BCTAQHOBJICHHS (EHOTHMIYy XBOPOOW, BHKIIOYEHHS JOOPOSKICHMX MOIiMOpdi3MiB, sKi
MPU3BOJIATE 10 3HUKEHHS PiBHS aKTHUBHOCTI 0-Gal A, a TakoX IJisi TPOBEACHHS MOJICKYJISIPHO-
TEeHETUYHOTO0 TECTYBaHHsS WIEHIB CIM’1 3 TpynH PHU3UKYy. Y XKIHOK Mae OyTH MiITBEpHKEHO
HasBHICTh MYyTallil, iKa BUKJIMKAE XBOpoOy B reHi GLA, ockinbku akTiBHICTh pepmenty a-Gal A
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y TUTa3Mi 4acTO 3HAXOAWTHCS B MEXaxX HOPMH, MPH I[[bOMY AaKTHUBHICTh JAaHOTO (EPMEHTY B
JEHKOUTax MOXKe OyTH 3HWXKEHOIO [6]. DepMeHTATUBHY aKTHUBHICTh 3BUYANHO BUMIPIOIOTH y
1a3Mi KpoBi, JIeWKoruTax abo B 3paskax cyxux mism kposi (CIIK) [2]. ¥V mamieHTiB 3 MyTaIisMu
BH3 B reni GLA st BU3HaYeHHs MaToreHHoOi il myTallii HeoOXimHI KIiHIYHI, 010XIMiYHI Ta
ricronarosoriyHi qoka3u HasgBHOCTI X®D. KpiMm Toro, ciMelHUI KIIiHIKO-TEHEAJOTIYHHIA aHai3
MOJKE JIONIOMOTTH Tepea0auyuTH WMOBIPHUHN TIPOSIB MATOTEHHOCTI I BUSBJICHOI MyTallii B TeHi
GLA. «3on0TuM craHaapTom» Ais 3'ACyBaHHA TOTO, YA € HOBa MYTallis MaTOr€HHOIO ado,
HAMOBIpHO, T0OPOAKICHOIO, € KiIbKiCHI aHai3u excrpecii GLA myrariiit in Vitro (moctymHi TinbKu
B CIEIiali30BaHUX JOCIITHULBKUX J1aboparopisx) [S]. HeoOxiaHo oLiHUTH XapaKTepHi KIiHIYHI
o3Haku X® (HeiponaTuyHU Oiab, KapIioMiomnaTis, HHPKOBAa HEIOCTATHICThH). BusaBieHHS
niasumeHoro piBaga GL-3 B mua3mi kpoBi Ta/abo ceui abo minBuiienoro piBus lysoGL-3 ta fioro
aHaJIoTiB B TUTa3Mi KpPOBI MPH OINIHII YOJIOBiKIB 200 kiHOK 3 BH3, Ta %iHOK 3 HOpMalIbHOIO a00
3HIKEHOIO akTHBHICTIO 0-Gal A, 103BOJIsIE OTpUMATH J0AATKOBY JiarHOCTHYHY 1H(OpPMAILito, aje
poJIb UX OlOMapKepiB y TaKUX IMAIIEHTIB BCe IIe MOTpedye miarBeppkeHHs [61,62]. HonoBiku 3
BH3 ta HOpMasbHOIO akTHBHICTIO 0-Gal A He matoTh XD.

Jlokaswu nizocoMHoro HakonudeHHs GL-3 3a manumu Gioricii HUpoKk abo cepis, Xxoya 11e i
1HBa3WBHI METOJHM, MOXYTh 3HAJOOWMTHCS, KONM iHTepnperamis wmyrtamii B reni GLA €
yCKJIaIHEHO0 [26-28], 0cO0IMBO KO KIIIHIYHI O3HAKY € HECTIEIHU(PIUYHUMU, KOJIH PO3TIIAAI0THCS
IbTEpHATHBHI a00 TOATKOBI JiarHO3u a0o0 K y BHUIAIKaX, KOJM iCHye HEBH3HAUEHICTH LI0J0
toro, yn cmig posnounHatd P3T. Tomy nns iHTepmperarnii maroreHHocti Oyab-skoi BH3
HEOOX1THO 3BEPHYTHUCS 33 KOHCYJIBTAIIIEO IO CIICIiallicTa 3 TCHETUKH Ta JIiKyBaHHs XD.

Recommendations for initiation and cessation of enzyme replacement therapy in patients with
Fabry disease: the European Fabry Working Group consensus document (Biegstraaten M,
Arngrimsson R, Barbey F, Boks L, Cecchi F, Deegan PB, et al. Orphanet J. Rare Diseases.
2015;10:36. DOI 10.1186/s13023-015-0253-6).

VY3aranpHI0I041 KpUTepii 1715 BCTAaHOBIEHHS AiarHo3y X® mijicyMOBaHO B Ta0JI. 5.
Taoauna 5

Kpurepii niarnosy xsopobu ®abdpi
HagBHicTh 03HAKH Ta miama3oH 3MiH

Kpurepiit - -
YOJIOBIKH JKIHKU
) ) - <5% BI
aKTUBHICTb J130COMHOI rigponasu a-GAL A B Ce_ CI[HL(i"O MIOHMKEHa a00
JEUKOIUTax p HOpMa
MTOKa3HUKA HOPMH
myrtaiis B reHi GLA + +

xoua 0 O/IMH XapaKTepHUH KIIIHIYHUHN NPOsB
(HeBponaTMYHUM 0171, AaHT'IOKEPaTOMH, KEpPaTOIaTis)
M1BUIIEHHS P1BHS Jli3ocoManbHOTO Gb3 y mia3mi
KpOBI

wieH poauHu 3 XD, skuil Mae Taky )X MyTallilo B TeHi
GLA

HasIBHICTh OJIHOTO KPUTEPIIO

Komenrap po0o4oi rpynu:

Ilepsunna Oiacnocmuxa X®@ uepes noaimMopguicme KIIHIYHUX O3HAK HAOCKIAOHA i
nompebye emanHocmi:

1 eman - kniniuna cknadoea. Hacmopoowcumu KAiHIiyucma maromes MyIbMUCUCEMHICIb

VPad#CeHHs ma HAABHICMb XapaKmepHUx KIiHIYHUX Kpumepiie (akponapecmesitl, aH2iOKepamoM,
kepamonamii). O3Haxu «xapaxmepuux KiiniyHux kpumepiie» X npedcmasiero 6 Tadu. 6 [2].
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Tabauus 6
Xapaxkmepmni kniniuni kpumepii Xeopoou Dabpi

akponapecmesii | Heliponamuunuil Oilb - nocmitina (abo nepiooudHa) HAOUYMIUBICmby,
neuis, OUcKomghopm, NOKOII0BAHHA 8 PYKAX ma HOo2ax (yacmiuie — O0N0HI
ma cmynHi), pO3n08CrOOICYEMbCIL 8 HANPAMKY 810 naivyie 00 mynyoa,
3anexcums 8i0 3MiH meMnepamypu cepedosuwa ma miida, cmpecy,
@izuuHUX 8NPAs, ANKO2ONI0;
BUHUKAE Y 8iYyi 00 18-mu pokis;
sUpadiceHicms OO0, MPUBATICIb 3POCMAE 3 POKAMU, CKOPOUYIOMbCS
nPOMIdICKU Yacy 0e3 60110, ane 3 4acom Moxce SHUKAMU Yepe3 He360POMHI
NOUIKOONCEHHSL HePBOBUX 3AKIHUEHD
aH2IOKepamomu | memMHO-4ep8oHi NAAMU 2POHONOO0IOHOI popmu, Hesenuki (1-2 mm), niouami
HAO pisHeM WKIpu,
PO3MAULOBAHI YACMIUe 8 MICYAX MEXAHIYHO20 HAGAHMAICEHHA HA WKIDY
abo mam, 0e 80HA HIJCHA T MOHKA (HUJICHA YacmuHa mynyoa, 30Ha
2eHimaiitl, O0JIOHI, NYNOK, MONCIUBO - CIU308A POMOBOI NOPOIHCHUHU,
2you;
3 YACOM NOWUPIOIOMbCS RO MITLY, MOXCYMb OYMU NPUYUHOIO KDOBOMEY]
Kepamonamisl (>70% eunaoxis): cneyugpiune nomymuinns pocisku (Vortex keratopathy,
cornea verticillata) - zonomaso-xopuunesa abo cipa onanecyenyis, sk
npasuio 0BOCMOPOHHS, AKA BIOX00UMb 610 3iHUYI 00 HUICHLO2O KpPAro
PpO2i6éKU (60pOHKONOOJIOHA, Mymoguama)

2 eman — (epmenmodiacnocmuka. /locniodcenns axmusnocmi a-GAL A ¢ 6Gionoziunomy
cepedosuwi (nnazmi, GucyuleHomy 63ipyi Kpoei, Kylbmypi ibpobracmie wkKipu, civo3i,
Jeuxoyumax nepugepiunoi Kpogi) - Memoo BIOHOCHO MAN0BAPMICHUL mMa OOCMYNHULL.
Edexmusne euxopucmanns mooughixosanoco npomoxony oiacnocmuxu [20]. Axmuenicmo
Gepmenmy 6 comocenami aeuKoyumie nepugepuunoi Kpoei y 300p0o8ux ocibO 3HAX00AMbCA 8
medrcax 43-67 nM/me/200uny.

DepmenmoodiacHoCmuKa 8UHAHA HAUKPAWUM Memooom diacHocmuku XD y 4on08iKie y
sunaoxy sHudicennss akmusnocmi o-GAL A (3a pisnumu npomokonamu 6io 10% 0o 5% eenuyunu
300posux oci6) [2,9,12,26-28]. V acinox nopmanvni noxasnuxu pisuro akmuenocmi o-GAL A ne
suxmouarome Hasenocmi X@ uepes ocobnusocmi inaxkmusayii X-xpomocomu. Kpim moeo, gioomi
BUNAOKU, KOIU 3HUNCEHHS AKMUBHOCMI (pepmMeHmy 00YMOBIeHO HAAGHICIMIO dAlell0 NCe8oo

oeghiyumy [20].

3 eman - Oocnidycenns 2enomuny. MonekyisipHo-ceHemuyHUl aHaNi3 3  BUAGIEHHAM
MYMAHMHO20 2eHy € 008 A3Kk08um Ons nayicumie ooox cmamet [20,29,30]. V uonogixis iioeo
BUKOPUCMOBYTIOMb 0151 NIOMBEPOANCEeHHs 0IAcHO3Y (3a 8i00MO20 3MEHUEH020 PIBHSA AKMUBHOCMI
Gepmenmy) ma suxnrouenHs eapianmy 3 anensimu ncegoode@iyumy. Y oHciHOK 6iH € €OUHUM
memoodom diacnocmuru XP.

Bapianm eusnauenns ecenomuny onsn mymayiu ecena GLA 3anescumv 6i0 noxanvHux
ModcIugocmeti i Modice GKII0UAMU NpAMe CEeKBEHY8AHHS KOOYIOUUX eK30HI6 (8 momy uducii -
CYMIDICHI IHMPOH-eK30H NOEOHAHNS) ma cekeenysanns Hosol cenepayii (NGS) [28].

Hooamkoei emanu:
A. Ilamozcicmonoziune 00cnidxHceHHs.

Haxonuuenns xapaxmepnux cybcmpamie (enikocghineoninioie - GL-3) 6 ypaowcenux
opeanax (cepyi, HUPKAxX) € KIACUYHUM MemoOOM OiacHOCMUKU, wo niomeepoxucye diacnoz XD
[20,27]. V nayienmie 3 neneenum oiacnozom (GVUS), Onsa sxkux xapakmepHo 6i0Cymuicmo
Genomunosux o3Hax abo OIOXIMIYHUX 3MIH, ale NPUCYMHI HecneyuiyHi KIIHIYHI Nposeu
(incynom, cinepmpodhisi 1i6020 WLIYHOUKA, NPOMEIHYPis mMowjo), 0008 A3K08UM € 2ICMONI02IUHe
00CNI0NHCEHHS MA BUSABTIEHHSL XAPAKMEPHO20 HAKONUYEHHS 8 ypadxceHomy opeani [8,9,28].
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Brarouenns enixocghineoniniois (Gb3) eusensioms i npu cicmonociunomy 00CaioxHceHHi
bionmamy enookapoianvHoi mxanuru [8,14].

bioncio wxipu, sika npu X® demoncmpye 3HudCeHHs WilbHOCMI 80JIOKOH enioepMicy, He
sionocams 0o dokazoeoi [11,31].

b. Mikpockonia ceuosozo ocaoy.

Ipu pazoeo-konmpacmmuiv mixpockonii (30.: x 400) ceuosoeo ocady moacymo 3'a61mucs
cneyugiuni ghicypu, cxodici Ha MATUHOBI 51200U, - Max 38ani "marunosi minoys", aKi ymeopiowms
enikoc@ineoniniou 6 oucmanvHux Kanaavysax. Ilpu  O0ocniddiceHHi 3 BUKOPUCMAHHAM
HOAAPUZ0BAHO20  CIMII0B020 Qinbmpy 6 Yux minbysax Gi3yanizyiomvcs —aAcCUMempuini
xpecmonoo0ioni gicypu ("Manvmiticoki xpecmu") [32,33]. Li 3minu munosi 011 8i0mepmino8aHux
cmaoiti X®, ane mooxcymv Oymu 3HAXIOKOW [ NPU NEPEUHHOMY O0OCMENCeHHI NOMEHYIUHO20
X80p02o 3 Oe3 KNIHIYHUX NPOSBIE.

B. Bioximiuna cknaoosa.

llepcnexmusna memoouka, Ky NOKU He 8UKOpUCmogyioms 6 Ykpaiui. 30invuienns piguio
Gb3 (8 nepuy uepey - 1i30coMaIbHO20) Y NAA3MI KPOGI ab0 ceui (00 NOKA3HUKIB, SKI XapaKmepHi
07151 YOI08IKI8 i3 BCMAHOBIEHUM OcmamoyHum diacnozom XP@) niomeepoicye diacnosz [2§].

AHaniz poooeoody (cimentnuii KACKAOHUI CKPUHIHZ)

Ycenaokysanns 3a cxemoro, noe’szamoro 3 X-xpomocomor, nepeobauae nepeoavy
NAmon02iuHO20 2eH) 8i0 X80P0O20 UYON0GIKA BCIM OOUKAM, 8I0 JHCIHKU — Oimsam 000X cmamell 3
ModHcausoro yacmomoro 00 50% 3a 6unaokosum nPUHYUNOM (8Cim yu HIKOMY). AHANI3 pOO080OY
nayieuma 3 niomeepodiceHum oiacno3zom X@ oxonnoe aK MiHiMym 3 NOKONIHHA | MAE BUCOKY
epexmuenicms No BUABIEHHIO 0CIO, SIKI NOMpebdyIomb 000AMKOB020 0OCMENCEHHS Yepe3 BUCOKY
BIPOCIOHICMb 3AX6OPIOBAHHS (6 MOMY HUCHI Yepe3 HAABHICMb Kapoiomionamii, IHCYIbmMI8 Hu
X60po6uU HUPOK), pieenv pexomendayii 1 (puc. 3) [9,20].

Puc. 3 Aunaniz pooosody ymosnozo xeopozo 3 XP.

[ %2, wociicreo O
=

niaTeepaKeHuH
AlarHo3

Hocniooicennsn eceneanocii oomediceno uepes moxcausicms mymayii de novo (8unuxia 8
ypaosicenol ocobu nepwioi 6 cim i) ma 6iomosa 6i0 cnisnpayi 3 60Ky poouuie xeopo2o (ocmpax
nepeo 0idcHO30M, NOYymms 6UHU nepeo OimvbMu, POKPUMMS MAEMHUYbL NPUBATNHO20 HCUMMS,
HenesHicmb 8 OamMvKiBCmai).

V3aeanvnworoui pexomenoayii wooo ckpuriney X@ 3 ymouHeHHAM Kiacy 008e0eHOCmi
npeocmasieHo 6 Tad. 7.
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Tabauus 7
Pexomenoayii ona ckpuniney npu xeopooi @aopi

Knac .

dosedenocmi Pexomenoayis

NG He NPoBOOUMU 8 3a2ANbHIl NONYIAYIT

NG ompumamu iHghopmosamny 3200y Ha 0O6CMENHCEHHs, AKY CKAAOEHO CNIIbHO 3
2eHemuKamu

IC 062060progamu 3 NAYIEHMOM NPOBEOEHHS 2eHEMUUHO20 OOCTIONCEHHS,
3anyuamu 00 ybo20 npoyecy poouuis, ki maroms pusux XD

NG PeKoMeHOY8amu YoI08IKAM 8iKOM 00 50-mu poKie, y AKUX 0iaeHOCMOBAHO

XXH, ane ne ymouneHno H030710214HY (hOPMY 3AX80PIOBAHHS HUDOK
NPONOHY8amMuU HCIHKAM OYOb-5K020 6iKy 3 XXH (6e3 ymounenoi Ho30102i4HOT
NG Gopmu) abo 3a HAABHOCMI THUWUX HE3 SACOBAHUX CUMNIMOMIB, K UMOBIDHO
Modcyms Oymu 00ymosneni XD

suzHayamu axmusnicmo pepmenmy a-GAL A, sk natikpawozo memody
0Ia2HOCMUKU ) YON08IKI8, A Y BUNAOKY i 3HUNCEHHS (NOZUMUBHULL

NG . .
pe3yibmam,) - nooabule NiOMeEepPOHCeH s 3a OONOMO20I0 AHANIZY MYyMayii
2eHy

NG sacmocosysamu ananiz mymayii ceny o-GAL A ax navxkpawo2co memooy

oiaenocmuku XD y JHciHOK
Ipumimrka. NG not graduated (ne kracughixosano).

5. KiiniuHe BeleHHS JOPOCJIUX MAIIEHTIB 3 XBOp0o0o1 Padpi

Crae Bce OUIBII OYEBHUIHUM, IO KOMIUIEKCHE Ta CBOE€YACHE JIKYBaHHS JOPOCIHX
namiedHTiB 3 X® mae OyTm chopsMOBaHE Ha 3amo0IraHHS IMOAAIBIIOIO MPOrPEeCyBaHHS JIO
HEOOOPOTHOIO ypaXkKeHHsI TKAHUH Ta OPTaHHO1 HeloCTaTHOCTi. KoMIieke MeTnyHuX 3aX0/1iB Mae
BiutroyaTy O3T 1 1OMOMDKHY Tepariro JUisl 3MEHIIEHHS] CUMIITOMIB, SIKI BAHUKAIOTh BHACIIIOK
ypaxXeHHs TKaHWH, Ta 3amo0iraHHs HecnenudiyHOMY MPOrpecyBaHHIO YpakKeHHsS TKaHWH. B
171eai JIiKyBaHHS Ta 0OCTEXEHHS IMICIs HOTO TOYaTKYy JJIS OIIHKH BIJMOBII HA Tepariio MOBUHHI
3M1IMCHIOBATHCS TiJ] KEPIBHUIITBOM JiKaps, SIKHH Mae JNOCBiJ JiKyBaHHS maiieHTiB 3 XO, i3
3aJTy4yeHHSM JIIKapiB IHIIMX CIEL1aTbHOCTEH, SIKI TAKOXK MarOTh JOCBIJ JiKyBaHHS X®P, B paMKax
MDKJIUCIMITUIIHAPHOI KJIIHIYHOI TPYyNH, MO SKOI NMOBUHHI BXOJUTH HEBPOIATOJIOT, He(poJor,
Kapai0JI0T, METUIHUI TeHETHK, KOHCYJIbTAHT 3 TCHETUIHHUX TUTAHb, ICUXOJIOT 1 MeJcecTpa.

5.1. Hasesni éuou ghepmenmosamicroi mepanii

®3T napasi focTynHa y BUIIsi arajicuiasu anbga (nmpenapar Pernaran®, Bupo6uux Shire
HGT, Inc., Kem6pumk, mrar Maccauycerc, CIIIA) Ta arancumasu 6era (Pabpazum®, Sanofi
Genzyme, KemOpumxk, mrat Maccauycerc, CIIIA). Arancupaza anbda npusHaueHa [yis
3acTocyBaHHs B 71031 0,2 MI/KI Macu Tijla OAMH Pa3 Ha JIBa THXKHI Y BUIJISA1 BHYTPILIHBOBEHHOI
(8/B) iH(y3ii [4] 1 cxBasieHa OaraTbma KpaiHamu CBiTy. Araiicuja3a 0eTa 3aCTOCOBYETHCS Y 1031
1,0 r/kr Macu TiJ1a OAMH pa3 Ha iBa THKHI Y BUTJIA1 B/B 1H(DY31i [3] 1 cxBasieHa B Oararbox KpaiHax.
[Turanns, noB's13aHi 3 BUKOHAaHHAM iH(DY31i npenaparamu O3T, Brirovaroun iHQy3ii B JOMAIIHIX
YMOBax, IEpeHOCUMICTh Ta HeOaxaH1 iH(Y31itH1 peakiii, oorosoprototbes B lonaTky E.

KomenTap po6ouoi rpynu:
Apeymenmosani cei0uenHs w000 nepesaz 00H020 3 NPenapamis, KIiHiuHoi e¢hekmueHocmi,

O00YINbHOCMI 3aMIHU JIKAPCLKO20 3AC00y HA AlbMEPHAMUBHUL, Nepecisdy cxemu NPUutiomy ma
0o3u eiocymui [22,34]. OOnak, y paszi 00CscHeHHs mepanesmuyHux yiniet npu GUKOPUCTAHHI
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aoekeamuoi 003U JNIKAPCbKo2o 3acoby ma 3a 8i0CYMHOCMI NOOIYHUX peaKkyii 3MIHA 00HO20
npenapamy Ha inwuti npu P3T nesunpasdana.

3acmocysanus pexombinanmnozo euwzumy (rh-fGalactosidase A) 3menurye easickicmo
CUMNMOMIB ma YNnosinbHioe npoepecysanua XD 3a paxyHox GHYMPIUWHbOKIIMUHHO20 KIIPEHCY
Gb3 i ¢ nowcummesum [30,35,36]. B npoyeci mepanii 0o3a modice Oymu 3MeHWleHA Npu
cmabinizayii cmany x60poco, 00HAK 0OHO3HAYHO20 BU3HAYEHHS CMAOLIbHOCMI CIAHY CbO2OOHI
nemae [9].

B Vkpaini 3apeecmposaro 0sa nikapcoki 3acoou ons nposedenus 3T y nayicnmis 3 XD:
azanvcuoaza anvgha (Replagal®) ma acancuoaza 6ema (Fabrazyme®). Ha oanuii uac nayicumu
ompumyloms JIiKY8AHHA Npenapamom azaicuoasu 0Oema, AKUL YACMKOBO 3AKYNOBYEMbCS
YeHmpaniz06ano 3a Kowmu oepaicasnozo 61oxcemy (2 nayienma) ma 3a paxyHoxk 2yManimapHoi
odonomoeu, Ky Haoae komnanis Sanofi Genzyme (4 nayienma).

5.2. llouamox ¢pepmenmosamicnoi mepanii

PiBHi edexkruBHOCTI mikyBaHHs XD sk Ui arancuiasu anbga, Tak 1 arajicuaasu Oerta,
BKJTIOYAIOYH JaHi ONOPHHX JOCIHIKEHB Ta BiNOBITHUX BiIKPUTUX PO3LMIMPEHUX JOCIIHKEHB [64-
68], JOKYMEHTYIOTbCS B KJIIHIUHIH JTiTepaTypi, Xoua HaJaHHs JETAIbHOTO OTJISAY BCiX HAsBHUX
nyOJtikanid He BXOOUTH A0 Iiiyei miei crarti. [Ipote Mu He MokemMo OOilTH yBarorw ojaHe 3
KJIIOYOBUX NUTaHb — 4ac A novatky O3T. Baxknuse 3HaueHHs panHboro novyatky ®3T Oyno
BHCBITJICHE B PEKOMEHMIAIIAX JUIs JiKyBaHHS niTed 3 XD (po3po0ieHHX Tpylor EKCIEpTiB 3
nutanb X® B CILIA [30]). Sk 1 pekomenaanii moao novarky ta npunuHeHHs O3T, po3pobdieni
€BpoONCHChKOI0 pobovoI0 Tpymoo 3 muTanb X® [25], mi pekoMeHmamii pagsTh PO3TISAATH
nouineHicTe 3T y marieHTiB 4oJIOBIYOI CTaTi 3 KJIACHYHUM (DEHOTHUIIOM 1 3 OE3CMMITOMHUM
nepeOiroM mie 0 JOCATHEHHS JT0POCiIoro Biky (<18 pokiB).

B cucremarnunomy nocimiiKeHHI 010MTaTiB HUPOK OLIIHIOBAJIM JOBTOCTPOKOBUH e(eKT
@®3T Ha paHHI mATONOTiIYHI 3MiHM HHPOK mpu XD y mMonoaux mamieHTIB 3 XD 3 KIaCHUYHUM
denotunom (n=12, meniana Biky 16,5 poku, niamazon 7-33 poku) [43]. Lle mocmimxeHHs
nokazano, mo P3T arancumazoro anbda ado arancuaa3or 0era MOXe MPU3BECTU IO MTOBHOTO
kiipeHcy GL-3 3 Me3aHrianbHUX Ta ITIOMEPYJIIPHUX €HA0TETIaIbHUX KIIITHH 1 10 KyMYJISTHBHOTO
no3o3anexHoro kiipeHcy GL-3 3 mogouutiB mpotsaroM 5 pokiB tepanii [43]. Kopensmis mix
kiaipeHcoM GL-3 3 momomMTiB 1 KyMYJATHBHOIO JI03010 arajcujasud Oyna HeloJlaBHO
HiATBEpKeHa y OutblIii rpyni mamieHTiB (n=20) 3 OUIbII BUCOKOIO MeaiaHOwo BIKY (21 pik),
OUIBII IIMPOKUM Jl1ania30HOM BiKY (7-62 poku) Ta Oiiblll TPUBAIMM IepiofoM Teparii (9,4 poky)
arajcuaasoro anbga ta/ado Oera [44]. Kpamii pe3yabTaT 1jisi HHPOK OYJH JOCATHYTI Y MAlli€HTIB,
y SIKUX 3aCTOCYBaHHsI arajicuaasu 6era 0yso po3noyaro He3abapoM Miciisi BAHUKHEHHS CUMIITOMIB
1 10 TOro, SIK CIHIBBIJHOIIEHHs OlIKa O KpPEeaTWHIHY B ce€dl JOCSATHE BenuyuHu >1 1/ [69].
[Toni6HUM YMHOM Y MAIIEHTIB 3 HUXKYOK PO3PAXyHKOBOK HIBUAKICTIO KIIyOOUKOBOi (inbTparii
(pIIK®) Ta Ouibll HU3BKUMHU PIBHAMHU HpPOTEIHYpli, SKI OTPUMYBaJIM arajicuaasy aibQa,
MOB1JIOMJISIIOCS. PO MOMIpHE MOTIpIIeHHs (PYHKIIT HUPOK, Y TOW Yac K y Malli€HTIB 3 BUIIUMU
BUXIJJHUMHU PIBHSAMH IIMX MOKAa3HUKIB criocTepiraiocs Oubil cyrreBe 3HkeHHs LK [70,71].
[ToxparanHs MacH JIiBOTO HITyHOUYKa OyJ10 OLIbII CYTTEBUM Y YOJIOBIKIB, SIK1 IOYAJIH OTPUMYBATH
arancuaasy 0era 10 JocarHeHHs BiKy 40 pokiB, HIXK Y THX, XTO I104aB TEPAIii0 OUIBII y CTApIIOMY
Billi [72], a mauieHTH, sKi movaiau orpumyBat O@3T 10 po3BUTKY piOpo3y Miokapa, Manu OUIbII
3HayHe nokpamianas [JIII 1 ¢ynkmii ceprs, HiX Ti, XTO Bke MaB (piOpo3 miokapna [73].
[ToxpamanHs Oynu O4eBMIHUMHM miciast 1 poky Teparii y MaIi€eHTiB 3 1HJEKCOM MacH JiBOTrO
umrynouka (IMJIII) >50 r/m [2,7] n0 mowatky 3acTocyBaHHS arajicuaasu anb(da; mamieHTH
YOJIOBIYO1 CcTaTi MPOAOBXKYBAIM OTPUMYBATH KOPHUCTH BijJ Tepamii HaBiTh yepe3 10 pokiB, a y
KIHOK BJAaBajoCs KOHTPOJIOBATH TMoOTipiieHHs cTtaHy [74]. YV 10-piyHOMY IOCHIDKEHHI 3
BUBYCHHSI pe3yJbTaTiB Tepamii 3a ydyacTio 52 maifieHTiB 3 KiacuyHow X® 3 OpHUriHaIbHOTO
OTIOPHOTO KJIIHIYHOTO JOCIIKEHHS MTOYAaTOK 3aCTOCYBAHHS arajcuaa3u 0era y OUTbIIT MOJIOAOMY
Billl Y MAI[IEHTIB 3 MEHIIIMM CTYIIEHEM YpaXXeHHsI HUPOK OYJI0 acoLiHOBaHO 3 OUIBIIOI0 KJIIHIYHOIO
KopucCTIO [68].
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Hapermri, B HemonaBHp0MY 0OCepBaliiiHOMy JOCTiIKeHH]I OyJ10 MOKa3aHo, 10 TPUBAIICTh
nepiony Teparmii arajicuia3or0 Oera TOHaa 5 POKIB aCOINIOETHCS 31 3MEHIICHHSM YacTOTH
BUHUKHCHHS TSDKKHX SIBHII, HE3BXKAIOUW Ha CTapiHHs marjienTta [55]. Take 3MEHIIIEHHS YaCTOTH
CIIOCTEPIrajgoch sIK y 0ci0 3 MiABUIICHUM PU3UKOM (TOOTO Yy MAII€HTIB 3 TSHKKHUMHU KIIIHIYHUMH
nposiamu 10 nodatky @3T, namienTiB crapme 40 pokiB Ta Mali€HTIB YOJIOBIYOi CTATi), TaK 1y
0Ci0 3 MEHIIMM PU3UKOM (TaKWX SIK TMAIi€EHTH 0€3 TSHKKHMX KIHIYHMX sSBuml 10 modatky D3T,
namieHTd BikoM <40 pokiB 1 mamieHTH >KiHOYOi craTi). B 1mimomy 1i crocrepexeHHS
y3rO/UKYBaJUCS 3 MO3UTHUBHUMH pe3ylbTaTaMHu IU1a1e00-KOHTPOJIBOBAHOTO JOCTIIKEHHS 13
3aCTOCYBaHHAM arajcujasu 0era, sike BKIIIOYAI0 KOMOIHOBaHY KIHIEBY TOUKY «TSDKKI KIIIHIYHI
SBUIIA» K NMEPBUHHY KiHIEBY TouKy [75]. IIlo crocyeTbest 6i0XiMIYHOI BiJIOBIJII, JOCATHYTO
MOKpAIIEHUX Pe3ybTaTiB y MalieHTiB 3 KiacnuHor X@, y skux @3T Oyno po3noyaro y Billi A0
25 poKiB, MOPIBHSHO 3 TUMH, XTO IOYaB OTPUMYBATH TEPAITii0 B OLIBII CTapmioMy Birli. bimbmn
BuCOKi piBHI lysoGL-3 B ocTanHi# rpymi MOXXYTb BioOpaxartu OibIlle OCTaTOYHE HAaBAHTAXKCHHS
xBopoOu [76]. Ilomanbine oOroBOpeHHS MPSMUX IMOPIBHSUIBHUX JIOCTI/DKEHb Ta METaaHalli3iB
HaBeJsieHo B JlogaTky €.

5.2.1. Pexomenoayii excnepmuoi epynu wjo0o nouamxy epmeHmosamicHoi mepanii' y 0opociux
nayienmis 3 x60pobooro Dabpi

Pexomenparii mono novyarky 3T y maiieHTiB, SKi NOTPAIUISIOTH 10 JIKaps B I0POCIOMY
Billi a00 SKUM JiarHO3 OyJI0 BCTAHOBIICHO II3HO B XOJi CKpUHIHTY Ha XD cepen momyssiii 3
BHCOKUM PU3HKOM a00 CIMEHHOr0 CKpUHIHTY, npeacTaBieHi B Tadua. 8. [Touarok @3T Bumarae
MOBHICTIO ITiITBEP/PKEHOTO AiarHo3y X®D; BILITMB Teparii ciIil CoYaTKy HeoOXi1HO 00roBOpUTH 3
Mali€eHTOM/4ICHAMH HOTro/ii POIUHHY.
5.2.1.1. layienmu 3 x6opo6oro Dadpi 3 kiacuunumu mymayismuy. Y TAIEATIB 3 KIacHIHOIO XD,
JarHOCTOBAaHOIO B AUTUHCTBI (y Bili A0 18 pokiB), @3T 3BHMUaliHO PO3MOYMHAIN B TUTHHCTBI
[30]. TlokazanHs mo mouyatky P33T s 4YONOBIKIB 3 KIACHYHOIO MYTAIIE€I0, SIKI JOCSTIIH
noBHOMITTS 0e3 3acrocyBanHs P3T, 1 Ans AOPOCTUX KIHOK IMiICyMOBaHi B TadJ1. 8.

Taoauus 8
Pexomenparii moo mouatky @3T y 1opocaux 40IO0BIKIB Ta KIHOK 3 KJIIACHYHUM (DEHOTUTIOM
a60 ¢eHOTUIIOM 3 Ti3HIM MToYaTKOM a0o0 3 BapiantamMu GLA HeBimoMoro 3HaueHHs

[Momymsiis

JIOPOCIIUX Pexomennaist mozo 3anoyarkyBanHs ®3T

NAIIEHTIB

1 2

Knacuuynnii penorun XP
Yo0BIK, 3 Caig po3risHyTy fouiibHicTe @3T, 1 BOHA € NPUIHATHOIO JUIS BCIX
CUMIITOMHHUM a00 HALi€HTIB, y Oy/Ib-KOMY Billi HA MOMEHT JiarHOCTYBaHHS"
0€3CMMITOMHUM
nepebiroM XxBopoou
XKinka, 3 O3HaK1/CUMIITOMH, 1110 BKa3yIOTh Ha YPa)K€HHS )KUTTEBO BaXKJIUBUX
CUMIITOMHUM oprasiB, BUMararoTh rnouatky ®3T:

nepediroM XxBopoou | - HelponaTUIHUH 01716, 00JILOBI KPH3H, HEMpoIaTis, acoriiioBana 3 XO;
- poTeinypisd/ansOyminypis, HE nos's3ana 3 iHIIMMU NpUYUHAMY;
03HaKM MopymeHHs QyHKIIT HUPOK (Moke OyTH HeoOX1aHa Oiomcis
HUPOK, SIKIIIO BOHO € 130JIbOBAaHUM);

- iHCcynbT abo TIA;

- CHMIITOMHE 3aXBOPIOBAaHHS Ceplisl, HE MMOB'sI3aHe 3 IHIIMMU IPUIMHAMHU
(3aauiKa, MOCUIIEHE CepUEOUTTS, CHHKOIE, OUIb y TPYAHIN KITITI1);

- peuuuBYyIOYa aiapes; XpoHiyHa, iHBaniau3ytoda LK nucdynkiis
(SIKIII0 BUKJIFOUEH1 aIbTePHATUBHI IPUYUHH);

- HENEePEeHOCUMICTh (DI3MYHUX HABAHTAXKEHB 1 MOPYLICHHS
MOTOBHUILIEHHS.
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1Ipooosorcenns Taba. 8

1 2
Kinka, 3 Crnin po3risayTd gouuibHicTh @3 T, SKIIO ICHYIOTH J1a00paTOpHi,
0€3CHUMIITOMHUM ricrosoriyni abo BizyasizaliifHi O3HAKK ypa)KeHHsI HUPOK, CepIist a0o
nepedirom [HHC:
XBOpOOU® - xBopo6a Hupok: 3MeHmnenHs LIK® (< 90 mi/x/1,73 M? 3 monpaskoo

Ha BiK > 40 pokiB [kareropis HIK® > G2], nepcucryroua
anpOyminypis > 30 mr/r [kareropis ansOyminypii A2 un A3]),
3IIIaJKYBaHHS «HDKOK TOJOIHUTIB a00 TIIOMEPYIIOCKIEPO3 32 JaHUMH
6iomncii Hupok; BkItoueHHs: GL-3 moMipHOTo abo TSKKOTO CTYICHS B
Pl BUJIIB HUPKOBUX KIIITHH;

- «HIMHN» 1HCYJIBT, BOTHUILA YPAXKEHHS 01101 pEYOBHHH T'OJIOBHOTO
M03Ky (Ha MPT rojoBHOro Mo3Kky);°

- Oe3cMMITTOMHE 3aXBOPIOBAHHS ceplld (Kapaiomiomnarist abo apuTMis,
cepreBuii Gpi6po3 3a nanumu MPT ceplist 3 KOHTpAaCTyBaHHSIM).
Jouineaicts @3T Takox ciig po3risiaTH, K0 OyB BHSIBICHHIHA
HETUTIOBUI XapakTep iHaKTHUBAIlil X-XpOMOCOMH 3 EPEBAKHOIO
excrpeciero myrantHoro anens GLA, 3 qye HU3bKOI0 aKTHBHICTIO 200
3 BIZICYTHBOIO aKTUBHICTIO 0-Gal A, 3a MPUCYTHOCTI O3HAK 1 CHMITOMIB
xBopoou Dabpi.

®enotun X 3 mizHiM noyatkoM abo micceHc-myTaniss GLA HeBiioMoro 3HaueHHs

Yonoiku Ta xiHku | @3T € 101iIFHOO Ta MIPUIHHATHOO, SKIIO iICHYIOTh JJAOOpaTOpPHI,
FiCTOJIOTIYHI UM Bi3yalli3alliiiHi I0Ka3u ypaXeHHs] HUPOK, cepils abo
[THC, six onmucaHo BHIIE, HABITh 32 BiJICYyTHOCTI THIIOBUX CUMIITOMIB
X®. i BiaxuiaeHHs Bil HOpMU OBUHHI OyTH 00ymoBiieH1 came XD;
JUTSI TT1ITBEPIPKEHHS IIbOTO MOKE 3HaJOOUTHUCS T1CTOJIOTIUHA OIliHKa 200
010X1MI4HI JOKa3Hu HakonuueHHs GL-3.

st inTepnperanii naTorenHocti 0ynp-sxkoi BH3 HeoOxiaHO 3BepHYTHCS
3a KOHCYJIBTAIII€10 JI0 CHeliaiicTa 3 TeHeTHKH Ta JIiKyBaHHS X .

VY 0oci6 3 100pe oxapakTepru30BaHUM JTOOPOSKICHUM MOJIMOPG13MOM
reda GLA ne cnij 3actocoByBatu O3T.

3a BIZICYTHOCTI JOBEJCHUX MATOJIOTIH TKaHHH, MOB'sa3aHuX 3 XD, abo
kIiHIYHUX cumnToMiB 3T Moxe OyTH HETOLIIBHOIO, OCOOJINBO Y
reTepO3UTOTHUX KIHOK. 3a TAKMMH IalllEHTaMH MIOBUHHA PETYISPHO
CHOCTepIraTu MKJMCUUILUTIHAPHA IpyNa JIIKapiB.

[THC uentpansHa HepoBa cuctema; ®3T depmenToszamicua teparmis; o-Gal A a-ragakro3umasa
A; HIK® mBuakicte kiyboukoBoi ¢impTpanii; K mmynkoBo-kumkosuii; GL-3
rinob6otpiaozunuepami; MPT marniTHO-pe3oHancHa ToMorpadis; TIA TpaH3uTopHa imeMidHa
ataka; BH3 BapiaHTH HEBiZJOMOro 3HaYEHHSI.

8 Ha pimreHHst po JIKYBaHHS MOKYTh BIUTHHYTH Jy)KE TMOXHJIMH BIK MAIli€HTa Ta HASBHICTH
TSOKKUX CYINYTHIX 3aXBOPIOBaHb.

b [Tpu npuitHATTI pillleHHs MO0 Tepartii y )KiHOK MOXHA KepyBaTHcs Ipodizem iHakTHBamii X-
XpOMOCOMH, SIKIIO BiH OyB oriHeHuid. [lepeBakna excrpecis myrantHoro anens GLA, sk
MIPABUJIO, ACOLIIOETHCS 31 IIBUIKUM IPOrPECyBaHHSIM 3aXBOPIOBAHHS, 1[0 BUMarae OUIbII
PETEeNbHOTO MOHITOPUHTY Ta PAHHBOT'O TEPANIeBTUYHOIO BTpy4YaHH [6].

¢ Tus. Takox Jdoxarok I

5.2.1.2. llayiecumu 3 penomunom xeopobu @Pabpi 3 niznim nowamxom abo 3 eéapianmamu GLA
Mymayiti Hegi0OM020 3HaueHHs. Y JIOPOCIHUX YOIIOBIKIB Ta XKiHOK 3 ¢eHoTUroM X®d 3 mizHIM
MoYaTkoM abo 3 MicceHc-MyTtamisiMu B TeHi GLA HEBiJOMOTO 3HAYCHHS MOXKE PO3TIISIATHCS
nouineHicTe O3T, 1 ®3T € npUHATHOIO, KO iICHYIOTh 010XiMi4YHI, TiCTOIOTIYHI a00 JOBeNeH1
Bi3yaJbHUMH METOJAMHU JOKa3u ypakeHHs HUPOK, cepiist ado [THC, acomiiioBani 3 X, HaBiTh 3a
BIZICYTHOCTI 1HIIMX THIIOBHX CUMITOMIB XBopoOu ®Pabpi (Tada. 3).
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KomenTap po6o4oi rpynu:

Kpumepii' onsn nouamky ©3T 3anesncamv 6i0 KiiHIUHO20 8APIAHMY 3AXBOPHEAHHA MA
cmami X8opoeo, i Maroms Oymu y32004iceti 3 0iacHo30m XD - HA0B8ANCIUBO NPUSHAYLAMU JIIKYBAHHSL
npu 0OCMamouHtit 6Ne6HeHOCMI 8 OIA2HO3L, A MONCIUBL 3MIHU HA (DOHI MEOUKAMEHMO3HOT KOpeKyii
- cnoyamky 0062080pumu 3 X60PUM Ma to2o Cim'€ro.

Ilpu xnacuunomy eapianmi @3T npuznauarome npu Mmawnighecmayii pavHix O3HAK
YPAadiCeH s HUPOK, cepysi abo 20J108HO20 MO3KY, 5IKi y32000icyiombcs 3 Oiacnozom X [2,37]. V
YON0BIKI6 OOYIIbHULL NOYAMOK 00 NOAGU KAIHIYHUX O3HAK a00 CUMNMOMIE — MAK 36aHULL PAHHIU
nouamok. Tepmin «paHHiily 3anexcums 6i0 0a2amvoxX CKIA00BUX, U020 YimKe BUIHAYEHHS.
8I0CYMHE — 38UMAUHO Mpakmyemovcs Ak 16 abo 18 poxie 3 O HapoOdicenus. Y nayienmie 3
Knacuynum eapianmom X@ 6e3 cumnmomie abo KIIHIYHUX O3HAK YPAXCEHHS Op2aHie, wo
diaenocmosano y 6iyi 0-5 pokie, @3T ne nposoosams. Y cmapwux oimeti (nicisn 6-mu poxis)
numanns iniyiayii @3T poszensoaroms ma supiuyoms iHOUBIOYAIbHO, 8PAXOEYIOUU MONCIUBULL
He2amusHull 6nIUe mepanii HA HOPMANLHULL PO3GUMOK OUMUHU Ma SAKICMb  JHcumms
[17,19,24,38,39/. Taxoorc ooyinbnicme @3T pozensdacmovces OKpeMo y NAyieHmie cmapuioi
BIKOBOI 2pynu ma X80pux 3 GANCKUMU CYNYMHIMU CMAHAMU (KOMOPOIOHICMIO).

THosumuenomy piwennio npo nouamox @P3T cnpuse naseHicmv opeanocneyu@iunux
kpumepiie (puc. 4) [7-9,13,14,30,40-42].

Puc. 4 Opeanocneyughiuni kpumepii nouamxy ®@3T y nayienmis, xeopux na XP.

ITouatoxk ®3T

KapaiaabHi KpHTEpIi: 0inb:
- rinepTpodis cepud (MakcHMANLHA - HEBpOIaTHUHHIA 01T

TOBIIMHA CTIHKH >12 MM) 63 03HaK
$i6po3y abo 3 MiHIMATEHAMH O3HAKaMU
(xmac I)

- IOpPYILEHHS CEPLEBOTO PHTMY: CHHYCOBA
Gpanukapmis, GpiOpHiIia nepeacepib,
NOPYIIEHHS penoiapH3anii (knac I)

HEBPOJIOTiYHi KPHTepii:

- ypaxeHHS OL101 peIOBHHH MO3KY (KJ1ac
IB)

- TPAaH3UTOpPHA 1IIeMiTHA aTaka
(TIA)/ircynbT (Kmac ITA)

- BTpaTa CIyXy, BiIKOPHTOBaHA 3a BIKOM
(xmac IIB)

(kmac ITA)

- HEBPOIIATUYHHAH
OLIE, HABITH MOBHICTIO
KOHTPONEOBaHHUI (He
M EPEIIKOLKAE
IIONEHHI i T TBHOCTI)
IIISIX OM
3aCTOCYBaHHS
3He0OIHBATTEHUX
3aco0iB (krac IIB)

HasIBHiCTH CHMIIT OMiB

3 6oy IIIKT vy pimi <16
pokiB (xmac ITA) Ta >16
pokie (xm1ac I11IB)

peHANLHI KpHTEpii:

- MiKpoanb0yMiHYpist a00 MpoTeiHypis Y UOIoBiKiB (Ki1ac I)

- MiKpoans0yMiHYpisi a0 MpoTeinypid y kiHOK (k1ac I1B)

- XXH II y 4UonORiKiB, XBOPHX Ha KinacHuHy dopmy (kiac I)

- XXH II y 4onoBiKiB, XBOPHX Ha HeKJIacHuHy gopmy (knac ITA)
- XXH IT* y :xiHOK, XBOpHX Ha KIacHIHY GopMy (krac ITA)

- XXH II* y IHOK, XBOPHX Ha HeKIacH4uHy gopMy (kac IIB)
-XXH IIa (xmac IIB)

Ipumimxu:
1. *pospaxynxosa weuokicmo kiybouxosoi inempayii (ILIK®) 60-90 ma/xe./1.73 m?;
2. **[IKD 45-60 mn/xe./1.73 m?.
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Hooamroseo npu npuiinammi piwenns wjooo P31 epaxoeyroms GyHKYil0 HUPOK Ma CMAH
LIKT (Ta6a.9) [2,7,30,42].

Taoauus 9
Jlooamxosi paxmopu, wo eniusaromo na iniyiayio 3T

Iamonozia | mosciueuti nowamox y nayicumie 3 XXH WIb-V (ILIKD <45 mn/xe./1.73 M%), 6
HUPOK MOMY YUCTT MUX, WO OMPUMYIOMb 0iANi3 (HABIMb AKWO MPAHCNIAHMAYIs
HeMOJCIUBA)

nposoosms 8 pasi nompebu nayicHmam, Ki OMmpuUMyrOms 3aMIiCHY HUPKOBY
mepanito Memooom 2emooianizy, nio 4ac ceancy 2emooianizy

Cman LLIKT | nposoosimv npu msjickux cumnmomax (Hegujyxarouuil 0inp 6 scusomi, diapest),
SKI He Ni00aromscsi KY8aAHHIO THUWUMU 3acodamu 6npooosac >6-mu mic. abo
108 'S3aHI 3 3aMPUMKOI0 POCIY YU 3HAYHUM NOSIPUEHHAM SKOCHI JHCUMMS

V3acanvnioroui pexomenoayii wooo iniyiayii @3T npu XD 3 ymouHeHHAM KIACY
0osedernocmi npeocmasneno ¢ Taodu. 10.

Ta6amus 10
Pexomenoayii ons iniyiayii @3T npu xeopobi Pabpi

Knac
0oeeoerHocmi

Pexomenoayin

HeoOXiOHO ompumamu iHGhopmMosany 3200y HA NIKYBAHHS, OAHCAHO 3 OOKY
camozo nayienma

nouuHamu 1iKy8auHs Y0J08iKi8, Xeopux Ha Kiacuuny gopmy XD, y eiyi >16
1IB POKI8 HABIMb 3a 8IOCYMHOCHI 03HAK AOO0 KILIHIYHUX CUMNINOMIB YDAINCEHHS
opzanie

nOYUHamu JTiKY8aHHS XOPUX 3 KIACU4HOI0 (hopmoro XD, npu pannix o3Hakax
ypasicenHs opeawis (Hupox, cepysa ma/abo L{HC), ski y32000cyrombcs 3
diacnozom XD, ma iCHY8aHH AKUX He B0AEMbCS NOBHICMIO NOSACHUMU IHULOIO
namoJi02iero

noYuHamu NiKy8aHHs 40JI06IKi8, X0pux Ha Hekaacuuny gopmy XD, npu
PAHHIX 03HAKAX YpadceHHs opeanie (Hupoxk, cepys ma/abo [[HC), saxi
V320001cytomucs 3 0iacnozom XD, ma icHy8aHHs AKUX He 80AEMbCS NOGHICMIO
NOSACHUMU IHUWIOI0 NAMOJI02IEI

MOACIUBO NOYUHAMU JIIKYBAHHS HCIHOK, X80pUX HA Hekaacuuny gopmy XD, i
PAHHIMU KATHIYHUMU O3HaKamu, cymicHumu i3 XD

1B

@D3T He pexomendyomb NOYUHAMNU 3d HASEHOCI NPOMUNOKA3AHb (Di6eHb 008€0eHOCH
1I-1E) (puc. 5) [9,30]. Ilpu nezeopomnomy nouwikoosxicenni opeanise ((hibpos cepysi, mepminanivra
HUpKog8a Hedocmamuicms), koau epekmugnicmov P3T cymuieHa, nUMaHHA 3aN0YAMKYEAHHA il
supiwyroms inousioyaivro [8,14,22].

IHpununsiomo @3T nicas iniyiayii 6 paszi noseu npomunoKasaisb 8 NPoyeci 1iky8aHHsa (Ous.
pHC. 5) ma 3a nassnocmi 0o0amkosux Kkpumepiie (puc. 6).
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Puc. 5 Ilpomunoxazanns oo iniyiayii @3T.

HpO THNOKA3aHHA

1
BiTHOCHIi: BATITHICTE, TAKTAI[iS

a0Co1I0THI:

TPOTHO20BaHA TPHBATICTh KHTTA (UePEe3 CYMYTHE 3aXBOPIOBAHHA
a0 TepMIHABHY CTAiI0 YPa:KEHHA OPTaHiB 3a BiACYTHOCTL
MOUTHBOCTI TpaHCIUIaHTalii) He 6inbIie poky (K1ac IIB)

3aXBOpIOBaHHS abo cymyTHiH cTaH, mpi axoMy O3T HaBPSAM UM MOKPATTHTH
AKICTB AKUTTH, TA CTAHH, IPH AKHX PH3HK TEPAIil BHIIE KOPHCTI, HAIIPHKIIAL;
3aXBOPIOBAHHS CePLA SIK €HHE NOKa3aHH: A TiKyBaHHA 3a
HasBHOCTI nommpeHoro (gidpozy (knac 1),
TXHH 0e3 nepcieKTHBH TPAHCIUIAHTALIT HUPKH, TIOEIHAHA 3
TSDKKOIO CepIIEBOI0 HelocTaTHicTIo (kiac IV 3a knacndikariero NYHA
[66]) (kmac ITA)

HOCTifiHE THAKKE HeHpo-KOHTMHUTHEHE OPYLIEHH (Kiac [1B)

HasBHICTh aHTHTLI IgE no arancunazu ‘

Ipumimxa. NYHA New York Heart Association (Hvio-Hopxcovka kapoionoeiuna acoyiayis).

Puc. 6 Kpumepii ons éiomosu 6io0 @3T abo ii npununeHms.

IIpunnaennas 3T (pisens 11-2C)

HOTipPIIeHHS SKOCTi JHUTTS T4 PYHKIIOHATEHOTO CTaHY (OCHIEHHS
Gomnto, ynopinbHeHHA [ITK®, pellAnBH iHCYIBTIB, HAPOCTaHH: PIBHIO
MPOTETHYPIi, CTajlii cepieBoi HEMOCTATHOCTI TOIIO)

CTiliKi 2arpo3.JIHBI AJ5 *KHTTA 200 TAKKI peakmii, OB I3aHi 13
iH(Y3i€0, AKi HEMOXJIIMBO TONEpeIUTH (K1ac I), HanpHKIag
anadinakcid (THXOMaHKa, 03H00, 30VIKEHHA, 3aHIIKa TOIIO);
YTBOPEHHA IgE Mo arancHaazH 2 pO2BHTKOM aHa(pimaKTHIHOI PeaKIii

Bi[ICYTHICTb €()eKTY BIIPOLNOBXK =12 Mic. B TOMY BHIIAJIKY, SKIIO €IHHHM
nokaszasaaM 1t @3T e
HEBPONATHYHHI Oilb. IPH OTPHMAHHI MaKCHMAIBHO MOKIHBOL
i ATpHIMYIo4oi Tepamii™® (krac I1B)
abo
Tsoxki poznam HTKT, mpu OTpHMAaHHI CTAaHOAPTHOL JO2H

NCHXONOriYHi ACHeKTH 3 00Ky Nali€HTAa, a caMe
BifcyTHicTh GaxaHHA (Knac [)

ado
HEPETIIAPHE Bi/BiMyBaHHA NiKaps (k1ac I)

ado
mpoIryck >50% iHy3iit 3a pik (kmac I)

Ipumimka. *ne 3acmocosyroms y nayieHmis 4oa106ivoi cmami 3 K1ACUYHUM 8APIAHMOM
X@ uepe3 sucokuil pusuk wUOK020 pO36UMK) KIIHIYHUX O3HAK YPAXHCEHHS OP2aAHIS.
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Inousioyanvno supiutyemocst numanns npununennss @3T y vonosixie 3 XXH 111b-V cm.
(LLIK® <45 mn/xe./1,73 m? 3 kopexyieio 3a sikom) ma y nayienmie 3 peyuousamu incyromy [37].

5.2.2. Jlooamxo6i MipKysanHs w000 nowamky ghepmenmo3amicnoi mepanii

AMIHOKHUCIIOTHI TIOCHIIOBHOCTI arajcuaa3u Oeta W anbda € aHaJOTIYHUMH, 3
HOPIBHSHHOIO MUTOMOIO aKTUBHICTIO Ha MT, aJie XapaKTep TIIKO3WIIOBAHHS y HUX BiAPI3HAETHCA
[77,78]. PekoMeHIyeThCS TIEPIOAUYHO TIEPEBIPATH HassBHICTH iMyHOTII0OYiHIB G (IgG) anTHTLN
0 arajcuja3W y TmaiieHTa. YTBOpeHHs I[gG aHTUTUI € BIJHOCHO YacTUM SIBUINEM Ta
MOBIIOMJISLTIOCS JI71s1 000X popM peKOMOIHAHTHOT arajicua3y y MarieHTiB Y0JIO0BIYOi CTaTi 3 OLUTBIIT
TSOKKUMH MyTallisiMi (0COOJIMBO y THX, Yy SKHX IOBHICTIO BifcyTHii cuHTe3 a-Gal A) [79].
MiKHapoIHI CTaHAAPTH TECTYyBaHHS AHTUTLI BIJACYTHI, 1 JUIS OI[IHKM YTBOPEHHS aHTHUTLI Yy
BIJIMIOBi/Ib HA J[BA MpENapaTH arajCuIa3y B KIIHIYHUX JOCTIKEHHSX BUKOPUCTOBYBAIUCH Pi3HI
KpUTEpii, [0 YHEMOXJMBIIOE TOPIBHIHHS JAaHUX. JlOCHIPKEHHS BKa3ylOTh, IO THUTPU
IMYHOPEaKTHBHOCTI 110 BIJHOIICHHIO 70 arajicujasu anbda abo araiucuaaszu Oeta y JoJOBiKiB HE
BIJIpI3HAIOTbCA 3HayHOIO Miporo [80-82]. Kpim Toro, Oyma mnoka3aHa I[OBHa IepexpecHa
peakTuBHICTH aHTUTIN [81], Xoua BrumB IgG aHTUTIN Ha KITHIYHY €(EKTHUBHICTD ABOX PEXKHMIB
JI03yBaHHS BUMArae rojJajibIioro BUBYeHHs. Pe3yabTaTi HeJJaBHOTO JIOCIIHKEHHS CBiTYaTh PO
Te, mo IiHrioyBanHs mnpenapary D3T, omocepeakoBaHE CHPOBATKOK, HE 3alICKHUTHh BiJl
BUKOpHUCTOBYBaHOi BUXiAHOI (hopmu P3T Ta 110 y 4OJIOBIKIB OCHOBHUM (DAKTOPOM PHU3UKY IS
PO3BUTKY 1HTIOyBaHHSI € HAsBHICTh HOHCEHC-MyTallii [83]. V BUmagky HECIPUATIMBUX KITHITYHUX
HachigkiB Ha ¢Qoui 3acrocyBanHs O3T MOCHIAHUKKA PEKOMEHAYIOTh BHKOHYBaTH TECT Ha
IHTIOyBaHHS arajJicuja3d AaHTHUTIIAMH; TaKOoX JOCHIIHHKU MPHUITYCKAIOTh, IO MOXYTh
3Ha00UTHUCS OB BUCOKI 103U, HIk 1,0 MI/KT KOXKHI 2 THXHI, JUIsI IOJOJaHHS BIUIMBY aHTHUTLI
y MAI€HTIB 3 OUTBII TSHKKUMH (PopMamu 3axBOproBaHHS [83].

VY IekinbKOX MAIli€HTIB 3aCTOCYBAaHHS arajicuaasu Oera mpusBoauio a0 cuutesy IgE
anTutin [74,84,85]. Tepamito arancumazor0 Oera MoKHA O€3MEYHO MMOHOBHTH Yy TAIIEHTIB 3
cunte3oM IgE anTuTin B anaMmHe31 a0 3 MO3UTUBHUM PE3yJIbTATOM IIKiPHOT MPOOU HA araicuaaszy
0eTa, BUKOPHCTOBYIOUH ITPOTOKOJI IPOOH 3 MOBTOPHUM IpHU3HAUEHHAM 1H(Y31i [86].

3 ormany Ha OloXiMIUYHY aHaJOTIYHICTh JBOX MPOJYKTIB, M'STUKpaTHAa pI3HHULSA B
peKoMeH/I0BaHUX J03ax (1 BIANOBIAHA pPI3HMILS B TPUBAIOCTI 1H(DY31i) Ta HEOOXIAHICTDH
e(EeKTUBHOTO PpaHHBOIO JIKYBaHHA JJIs 3amno0iraHHs abo YHNOBUIBHEHHS NpPOTpecyBaHHS
3axBoproBaHHs, BUOIp mnpenapaty ®3T noBuHeH IpyHTyBaThcs Ha 1031, HEOOXIAHIM ams
ONTHMI3allii KITiHIYHUX pe3yabTaTis (JoxaTok €).

Komentap podo4oi rpynu:

Hauibinvw vacmumu nobivnumu peaxyiamu npu npogedenni @31 € nazogapuneim ma
201106HUTL Oib. []0 MUnosux yckiaoHeHb IOHOCAMb IHQY3IitHI IHpeKyil ma ymeopenHs aHmumin
00 nikapcvroeo 3acooy (19E 0o acancuoazu). Jlikysanus ingexyii nposooame 32i0HO NPULHAMUX
JIOKATIbHUX NPOMOKOIIB.

Hocnioowcenns 1QE 0o acancuoasu 6 Ykpaini na 10.2018 ne seuxouyroms. B ceimosiii
npakmuyi 01 NOOONAHHA 6NAUEY AHMUMIL GUKOPUCMOBYIOMb CMAHOAPMHI  NPOMOKOIU
decencubinizayii, 6 OKpemux sUNAaOKax — Nicis MUmMpy8anHs 003u npenapamy (3 MiHIMAIbHUX 00
mepanesmudHUx) 8KIIOUAIOMb NPOMOKO] 8i0HOGNeH S IHQY3ii abo siomosnaiombcs 6i0 D3T.

5.3. lonomioicna mepanis

3actocyBanHss ®3T HEoOX1AHO MOEIHYBATH 3 MIATPUMYIOUMMH TepaNeBTUYHUMHU
3ax0JlaMHM, SIKIIO BOHU TMOKa3aHi, JJs KIIHIYHOTO JIIKYBaHHS YCKJIAQJHEHb 3 OOKY HUPOK, Ceplis,
HEBPOJIOTIYHUX Ta IHIIMX MOPYIICHb, TOB'S3aHUX 3 XPOHIYHUM YPAKEHHSM TKaHWH,
cnpuunHeHuM XO (tadm. 11). OOrpyHTyBaHHS LMX PEKOMEHIAlid Ta OLIBII JeTalbHI JaHi
HaBezieHo B JlonaTkax A (aupku), b (cepue), B (nepudepuuna nepsona cuctema), I' (neHTpasibHa

27



HepBoBa cuctema) Ta J (ypakeHHs iHIIMX opradiB). HeoOXi1HO MigKpeCcanTH, IO JUIsI KOHTPOJIS
aKTHUBHUX KIHIYHUX CHUMNTOMIB X® HEMPUITYCTUMO 3aCTOCOBYBATH JIMIIE CHUMITOMATHYHI
METO/TU JIIKYBaHHS, TaKi K 3HE0OJI0I0U1 3aCO0M, OCKITPKM BOHU HE BIUIMBAIOTH HAa MATOTCHETHYHI
MexaHizmMu X@. [IpodinakTuuHi 3axoau (HampukIiIaa, NpodilakTHKa 1HCYJIBTY 3a JIOMOMOTOIO
AHTUTPOMOOIIMTAPHUX 3aCO0IB) Ta KOPEKIis crnocoly >KUTTS (HANPUKIIAA, YHUKHEHHS 3aHAJTO
BUCOKHX Ta 3aHA/ITO HU3bKHUX TEMIIEPATyp) TAKOXK € BAKIUBUMH aCTICKTAMU MEIUYHOT IOTIOMOTH
narieHTam [2,19] i TOBHHHI J0JIaTKOBO 3aCTOCOBYBATHUCS O CUMITOMATUYHOTO JTIKYBaHHSI.

Ta6mmusa 11
JlogaTKoBi 3aX0AM IpU BEICHHI TOPOCIHNX NalieHTiB 3 XBopoboro Dabdpi
Cucrema oprasiB [TinTpumyroda/cuMIIToMaTUiIHa Tepartis Ta MpodiIIaKTUIHI 3aX 001
1 2
3aranpHi ['eHeTHyHE KOHCYIBTYBaHHS (HA MOMEHT JIIalrHOCTHKH Ta B IMiUTITKOBOMY
po3naau BiIli / 10 BariTHOCTI, ITi/1 Yac BariTHOCTI a00 MEPioUYHO NMPYU BUHUKHEHHI

HOBUX npobiiem) [20]

YcknagHeHHs 3 CranmapTHuid miaxia mo BeaeHHs X XH:

OOKYy HUPOK - 3actocoBytoTh [ATI®D a6o BPA st JOCATHEHHSI IJTLOBOTO PiBHS
anbOyminypii < 30 MI/T KpeaTuHiHy, SIKIIO BUXIAHUN PIBEHb CTAHOBUTH
30-300 mr/r, abo uinpoBoro piBHsA < 300 Mr/r, SIKIO BUXiTHUHA PiBEHD

> 300 mr/r (mpubau3Ho ekBiBajeHT npoteinypii > 500 mr/r); Tepamito
MIPOBOJIUTH 3 BEJIMKOIO0 00EPEKHICTIO, SIKIIO MALlI€EHT Ma€ apTepiaibHy
riMoOTeH3110 Ha BUXIAHOMY PiBHI; 0OMEXEHHS COJi B paIliOH] XapuyBaHHS;
- 3aranpHi 3ax0/u 3 BegeHHs XXH 11010 npu3HaueHHs CTaTHHIB Ta
npodinaktuku XXH-MIIK Ta nikyBaHHS BiIOBIAHO A0 PEKOMEHIAIIN
[87-90];

- PO3TIISIHYTH AOULUIBHICTh OLIHKH piBHA 25-OH BiTaminy D Ta
NPU3HAYUTHU 3aMiCHY Teparriio B pasi ioro nedimury [87];

- miani3 abo TpaHCIUTaHTAIlls HUPKH JIJIS MAII€HTIB, Y AKX MOYUHAETHCS
HUPKOBA HEJIOCTATHICTH (y BUIAIKy BUKOPUCTAHHSI HUPKHU BiJl )KHUBOTO
JIOHOPA, SIKHIA € POJNYEM TMaIlieHTa, — CKPUHIHT Ha BiCyTHICTH X D).

VYcknagHeHHs 3 Posrasnytu nominsHicTh 3actocyBanHs [AIID a6o bPA; 6era-610kaTopu
00Ky cepus CJIiJT 3aCTOCOBYBATHU 3 00EPEXKHICTIO, a 3aCTOCYBaHHS aMioJapOHY CIIij
YHHUKATH Yy TaIli€HTIB, ki oTpumytoTh O3T.a

VY BUNaJKy CUMITOMHOI Opaaukap/iii / XpOHOTPOITHOI HEKOMITETEHTHOCTI
a00 3HaYHOTO MOPYILIEHHS aTP1OBEHTPHUKYJISPHOI IPOBITHOCTI — OLIIHUTHU
JIOU1IBHICTh MOCTIHHOT €IeKTPOKapA10CTUMYJIIALLI.

ko € nokazu GpidbpuIsLii nepeacepab, il po3novYaTu JOBIUHY
AQHTHUKOATYJIIHTHY Teparlito; nepesary CiiJl BiAJaTH MiATPUMII
CHHYCOBOTO PUTMY, TOJli SIK 3aCTOCYBAaHHS aMiOZapOHY 32 MOKJIIMBOCTI
CJIiJl yHUKATH.

Slkiio € noka3u abo oOrpyHTOBaHa MiA03pa HA 3JIOSAKICHI apUTMIi, CITiJT
PO3MIISIHYTH AOLUIbHICTh BCTAHOBJICHHSI IMIUIAHTOBAHOT'O KapAioBepTepa-
nedidpumsTopa.

LlepebpoBackynsa | [IpodinakTuka iHCYIbTY HUIIXOM 3aCTOCYBaHHS aHTUTPOMOOIIUTAPHUX
pHI YCKJIaAHEHHs | 3ac00iB (acmipuHy a00 KJIOMIJOTPENio) MoKa3aHa sIKk BTOpUHHA
npodiIakTUKa; JaHUX 100 MEPBUHHOI NPOQIIaKTUKN Hapa3l HEMAE.
[TpodinakTrka iHCYNIBTY 3a IOIIOMOI'OI0 aHTUKOAryJIsSHTIB (Bappapuny
a00 HOBUX aHTHMKOATYJISHTIB 32 BiJICYTHOCTI HUPKOBOI HEZIOCTATHOCT1),
AKIIIO HEOOX1/IHO, HAIIPUKIIA] y MAIEHTIB 3 (1OpUIsALi€er0 epeacepab
[17].
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IIpoooeoicenns Tabdu. 11

1 2

[Tepudepuuna [HauBiTyanmizanis cTpaTerii KOHTPOIKO HEHPOIMaTUYHOTO OOJIIO.

HepBoBa cuctema | [IpenapaTu nepimioi JiHil BKIIIOYAIOTh MPOTHCYIOMHI 3ac00U (HAIIPUKIIA,
KapOamaserniH, rabaneHTyH, Iperadatii); MOKYTh PO3TJISAATUCS 1 1HIIT
TKapChKi 3ac00M 3TiTHO 3 YUHHIUMH MI>KHAPOHUMH PEKOMEHIAIIISIMH
1010 JIIKyBaHHsI HelponaTuaHoro 6oitto [19].

BonboBi Kpu3H: pO3TISHYTH AOUITBHICTE OMIOIAHUX aroHICTiB
(HeoOXiqHUI peTeNbHUIM KOHTPOJIb, 00 YHUKHYTH ToripiieHHs [ITK
nopyuieHs) [19].

[TarieHT Mae yHHKATH TPUTEPIB OO0 MUIIXOM KOPEKITii Crtoco0y KUTTS
(HampuKIIaa, YHUKATH 3aHAJITO BUCOKHX 1 3aHA/ITO HU3bKUX TEMIIepaTyp,
MiATPUMYBATH HAJICKHY TiIpaTallito, BAKOPHUCTOBYBATH KOHIUIIIOHED,
OXOJIOJKYIOUI JKUJIETH, aepo3oui/cripel anst oomwmadst) [19].

HlrynkoBo- CuMnTOMH 3aTPUMKH OMOPOKHEHHS IITYHKA Ta JUCIIENCii MOXYTh OyTH
KHIIKOBI YCIIITHO 3MEHIIIEHI METOKJIONpamiioM Ta 61okaropamu H-2 BiamoBigHO;
YCKJIaJHEHHS HOPYILCHHS MOTOPHKH 1 liapero MOKHA JTIKYBaTH IIISIXOM KOPEKIIii

parfiony xapuyBaHHs (30UTBIIICHHS CIIOKUBAHHS KIIITKOBHHHM, iCTH YacTo 1
MOTPOXY) Ta MEJMKAMEHTO3HOI Tepanii.

VYckiaaHeHHs 3 Bponxoaunararopu 3a0e3MeqyroTh MOJISTTEHHS TPU 00CTPYKIIii
OOKYy JIeTEeHb JUXaTbHUX [UIAXIB.

YcknagHeHHs 3 [Tonsipu3oBaHi OKYJISAPH MOKYTh JTOTIOMOTTH YHUKHYTH TPYAHOIIIB TIPH
00Ky oprana KepyBaHHI aBTOTPAHCIIOPTOM YHOUI1 (TIpH 3aciiIuieHHi papamu); Mas3b —
30py HITYYHI CITHO3H.

YckaaaHeHHs 3 CrnyxoBi amapaTH, KOXJIEapHi IMIJIaHTaTH.
0OKy oprana

CITyXY
VYcknaaHeHHs 3 EdexTuBHICTB J1a3epHOI/KOCMETHYHOT Tepallii Ipy aHrioKepaToMax He
00Ky LIKipH JIOBEJICHA; KOMIIPECiHI MaHUYOXU MOXKYTh MTOKPAIIUTH CTaH MPU

miMpenemi.

IATI® iuribitop aHrioTeH3uHNepeTrBoprorodoro ¢epmenty; BPA OGiokatop peuenTtopis
aHrioreHsuny; AB atpioBeHTpuKysipHuil; XXH xponiuna xBopo6a Hupok; LK mumyHkoBo-
kuikoBuit; MIIK MeTaboniuHi nopyieHHs 3 00Ky KICTOK.

& BacrocyBaHHsl 0eTa-0JIOKATOPiB BUMAra€ peTeibHOr0 MOHITOPHHTY 4Yepe3 PU3UK 3arOoCTPEHHSI
Opanukapiii Ta XpOHOTPOIHOI HEKOMIETEeHTHOCTI. HeoO0X11HO TakoK OOMEXKHUTH 3aCTOCYBaHHS
aMi0J1apoHy, OCKUJIBKHM BIH MOX€ CIpaBJsATH 1HriOytounii edekt Ha akTuBHICTh 0-GAL. JluB.
takox Jonarok b, po3nin 3.2.

KomenTap po0o4oi rpynu:

Hayiecumu 3 X® marome ompumysamu onmumaivbHy RIOMpuUmMyouy mepaniio (mepaniwo
CYNpoB800Y), KA NOMPeOYE MINCOUCYUNTIHAPHO2O NIOXOOY Yepe3 PIBHOMAHIMHICMb CUMNIOMIG i3
3ANY4UeHHAM MINCHAPOOHUX MA HAYIOHANbHUX NPOMOKONIE (30Kpema - pekomeHnoayii American
Stroke Association/Amepuxancokoi  acoyiayii 3 numane incyremy, FEuropean Society of
Cardiology/€sponeticoroco mosapucmaeda 3 Kapoionoeii, American Heart
Association/Amepuxancokoi  kapoionoeiunoi acoyiayii, Kidney Disease: Improving Global
Outcomes/Iloxpawenns [ nobanenux Hacniokie Xeopob Hupok, inwi) [2,13,14,23,30,41].

OcHosHi hakmopis pu3uxy, sxi nompeoyroms kopexyii npu X, npeocmasneno 6 Tad. 12.
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Taoauna 12
OcHosHi hakmopu puzuky npoepecysanus xeopoou Dabpi ma 3axo00u wjo0o ix Kopexyii

Mooughikayis VHUKamMu ¢haxmopis, sKi npo8oKyOMsb Kpusu - 3MiH memnepamypu
Cnocobdy dcumms | Omouy4020 cepedosuyd, izuuH020 HABAHMANCEHHS, BMOMU
diema 3MEHULeHHST BMICIY JCUPIB 8 MEeHI0, 30L1bUEHHS CNOJNCUBAHHS KLIMKOBUHU

yacmutl NPULOM il HeeeIuKUMU NOPYIAMU

00MedICeHHsL COl npU apmepianbHill cinepmensii

percum 00CmMamuiti COH

00306aHe Qizuune HABAHMAICEHHS

WKIONUBT 36UUKU | 8IOMOBA 810 NANIHHA

KOHMPOIb HAO yykposuil diabem

XPOHIYHUMU OJICUDIHHA

3aX60PIOBAHHAMU | ocmeonopo3 (npenapamu Kaavyiio, gimaminy /[, anenoponam)

KOHMPOJIb 0OMedrcenHsl NIKapcbKux 3aco0is, AKi NPOBOKYIOMb KpO8omeu, 20cmpe
JKAPCOKUX NOPYULEHHS MO3K0B020 KPOB00OI2y (Hanpuxiad — KOHMpayenmusi,), mouwjo
3aco00is

5.4. Memoou nixysanns, ne nos'szani 3 @371, 0na nayienmis 3i cneyugivHumu mymayisimu

IToku rotyBaBcs 1eil pykonuc, B €Bponi Ta KaHaai orpumaB CXBaJeHHs MepopaibHUN
HU3BKOMOJICKYIISIpHUH (papMakosoriunuil manepon Miranacrat (nmpemnapar ["anadona™; Amicus
Therapeutics, Kpen6epi, mrat Heio-/Ixxepci, CLLIA) nys nikyBanHs cyonomnysiii mamieHTis 3 XD
3 MyTalisiMH, 5IKi, SIK MPOTHO3YETHCS, OYAYTh «UyTIMBHUMH» 1O MiramacraTy, mi0 Mae Oytu
MOKa3aHO B XOJi aHamizy IN Vitr0 Ha JrOACBKUX eMOpioHambHHUX KiIiTHHaX HUPOK (human
embryonic kidney, HEK), TpancdikoBanux myrantHoo JJHK GLA.

Y 6-micsyHOMY MOJBIHHOMY-CIioMy paHaoMizoBaHoMmy (1 @ 1) rulane6o-
KOHTPOJIbOBAHOMY JIOCIHIDKeHHI 67 marienTtiB (64% >XiHOK, cepelHiid Bik 42 pOKH, cepeIHs
pILIK®ckp-gpi 95 Mi/xB/1,73 M?) 3 MOTeHLiHHO «dyTauBMME» MyTamismMu GLA oTpuMyBaiu
miranacrat abo rurane6o [91]. [Mpuaathi Ui ydacTi HMalli€HTH paHille HIKOJUW HE OTPUMYBAIH
®3T abo ne orpumysanu 3T nporarom >6 micsauis i mamu pIIK® >30 mn/xs/1,73 M2, [lepsunHa
KIHIIEBa TOYKa (BIJICOTOK MAIIE€HTIB, sIKI 4yepe3 6 MICSIIB Majiy BIAMOBI/b, SIKa BU3HAYAJIACS SIK
3MEHILIEHHS KUTbKOCTI BKIItoueHb GL-3 B eHoTenansHuX KIiTHHAX Ha >50% Ha iHTepCTUIliabHI
karusipu [IK] ko)kHOT HUpKH), HE MTOKa3aja CTaTUCTUYHO 3HAYYIIOro ehexTy Tepamii (Mirajacrat
— 41% mnartienris, mnanedo — 28%; p=0,30). Buxoasuu 3 MoAH(IKOBAHOTO aHATI3Y «IYTIUBOCTI»
na kiituHax HEK, sikuit 6yB po3pobienwuii mia gac gocmimpkenns [91,92], myramii GLA y 17 3 67
natieHTiB (25%) He BIANOBIAAIM HOBUM KPUTEPISIM «UYTIMBOCTI». ANIOCTEpIOpHUNA aHai3, SKUH
OXONMB HEPAHIOMI30BaHUX MALIEHTIB 3 «UYTIMBUMI» MyTalisiMu (n=50), moka3aB CTaTUCTUYHO
3Hauymie 3HWKeHHs BkioyeHb GL-3 B IK HHMpOK y malieHTiB, sKi OTPUMYBAJIM Mirauacrar
OpOTAroM 6 MICSALIB, MOPIBHSIHO 3 THUMH, XTO OoTpuMyBaB mianedo (—0,25+0,10 nopiBHsAHO 3
0,07+0,13 Bxmroyenp GL-3 B enmoremianpHux kmiThHax B IK KOXXKHOT HHMpPKHM BiOIOBIIHO;
p=0,008), ane mms 1UX MaII€HTIB JIaHl 11010 MIEPBUHHOI KIHIIEBOI TOUYKH HE MOBIIOMIISUTHCS. 3a
JAHUMU 24-MICSYHOTO MOJANBIIOTO CIIOCTEPEIKEHHS, IKE IPOBOIMIIOCS JIUIIIE 32 TalliEHTaMH, 1110
MaJli «JdyTJIMBI» MyTalli 1 OTpUMYBajIl MirajgactaT, QyHKI[IS HUPOK 3ajuiianacs cTaOlIbHOIO;
IMJIII cTaTUCTHYHO 3HAYYIIO 3HU3UBCSA, 3 TEHICHII€I0 70 OUIbII BUPA)KEHOTO 3MEHIICHHS Y
nanieHTiB 3 ['JIII Ha BUXiqHOMY piBHI; TaKOX 3HMXKYBajnacs TsHKKicTh LK cumnTomis.

VY xomi 18-MicSYHOTO PaHIOMiI30BAaHOTO BiJKPUTOTO JOCIIPKEHHS MPOBOJMIN OLIHKY
BIUTMBY Mirajactary Ha QyHKI[}0 HUPOK Yy MallI€HTIB 3 «4yTIUBUMU» MyTaliasMu GLA, ski paniiie
orpumyBasin ®3T [93]. 57 namientiB (56% XiHOK, cepenHii Bik 49 pOKiB, BUXITHE CEPEIHE
suauenns plIK®ckp-ep1 92 min/xe/1,73 M2, cepenns mpoteinypis 0,3 r/moby), siki pamime
orpumyBasin O3T (65% — arancunazy anbga 0,2 Mr/kr oguH pas Ha 2 TwxHi, 33% — arancuaasy
6eta 1,0 Mr/kr omMH pa3 Ha 2 THUXHI) MPOTITOM >12 MICSIIIB 10 TTOYATKY JAOCTIHKEHHS, Oyan
pangomizoBani (1,5 : 1) mns mpuilomy Mmiranmacraty (6e3 mepiogy BHMHBaHHS) ab0 CBOro
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MIOTOYHOI'O npenapary @3T. v MAIli€HTIB, AK1 OTPUMYBAIIU iHri6iTOpH
anrioteH3uHmnepeTBoproouoro pepmenty (IAIID) ta/abo GiokaTopu penenTopiB aHTIOTEH3UHY
(BPA), no3a moBuHHa Oyja 3alUIIATHCS CTAOUIBHOIO MPOTATOM >4 TIKHIB. [lepBuHHMIA aHATI3
e(eKTUBHOCTI TPOBOAWIM 3 BUKOPHCTAHHAM JaHHUX JHILNE Ji MAlI€HTIB 3 «UyTIUBUMU
MyTalisiMi Ha OCHOBI Moau(ikoBaHoro anamizy Ha kiituHax HEK (miramacrar n=34, ixmi
npenapatny ®3T n=19) 3amicTh MOYATKOBO 3aIIlaHOBAaHOrO Kiacu4Horo anauizy Ha HEK.
[ToriepenHpo BU3HAYECHI KpUTEPii Oyau po3po0IieHi Al BU3HAYECHHS MMOPIBHAHHOCTI PE3y/IbTaTiB
BuMiproBaHHs [LIK®. OyHKIliE HUPOK, HOpMajbHA HA BUX1AHOMY PiBHI, 3aJIMIIANACs CTa0lILHOIO
niciis 18 micsmiB 3actocyBanns miranactary ta @3T; nporeinypist Ta anbOyMiHypist 301IbIININCS
MOPIBHSIHO 3 BUXIIHUM piBHEM B 00ox rpymax. IMJIII craTucTuyHO 3HAYYIIO 3HU3HUBCS Y
NAIl€HTIB, sIKI OyJIM NepeBeIeHI Ha MiraiacraT, TOJl K Yy THX, XTO IPOJOBXKYBaB OTPUMYBATH
iHmi nperapatu ®3T, crocTepiraaucs MEHIN, CTAaTUCTUYHO He3Hauymli 3MiHM. He Oyio
CTaTUCTHYHO 3HAYYLIOi PI3HMII Y BIACOTKAX MALIEHTIB, Y AKX BUHUKAIN SBHIIA 3 OOKY HUPOK,
cepis abo nepedpoBackysipHi sBuma. PiBHi lyso-GL-3 B rurazmi KpoBi 3auIaiucs HU3bKUMU 1
CTabUTbHUMU B 000X Tpynax, a pe3yibTaTd, TOBIIOMIIIOBAHI MAIliEHTAMU, 3JIAIIAINCS
cTabuIbHUMHU. Y 12-MiCSYHOMY BIAKPUTOMY pPO3LIMPEHOMY MAOCHIDKEHHI 13 3aCTOCYBaHHSAM
MirajgacraTy OyJo Moka3aHo, 10 i e(eKTH 30epiratoThCsl.

i pe3ynbTaTi MOKa3ylo0Th, 10 MirajaacTaT MOXe MaTH 3HAYYIIUI BIUIMB Ha JACSIKl aCTIEKTH
nepebiry X® B miArpymi nami€enTiB 3 «9IyTIMBUMIY MYTAIlisIMH, X04a BiAOBIAb HA TEparlito Oyma
HEOJIHAKOBOIO. [HTeprperallisi pe3yabTaTiB JOCTIHDKEHHS 13 3aCTOCYBAaHHSIM Mirajgactary B Iii
TPy Mai€HTIB YCKIAAHIOETHCS THM, IO JaHi JUI MAIliEHTIB, SKi OTPUMYBAIIN arajicuaasy ainbda
Ta arajcunaszy Oera, Oynu 00'eqHaHI, a AOCHIKYBaHI MOMYJAIii CKIaJaduCcs B OCHOBHOMY 3
MAIEHTIB 3 HeKITacCHYHUMH GeHoTunamMu X@, siKi, K BBAXKAETHCS, MAIOTh OLIBIII MOBLTHHI TEMITH
MpOrpecyBaHHs 3aXBOPIOBAHHS, HIK Y MAaLlI€HTIB 3 KIIACHYHUM (DEHOTHIIOM.

Ockinbku Miranacrat OyB CXBaJIeHHH TUTbKY B HeOaratbox KpaiHax, ekcriept 3 X e He
OTPUMANIH JOCTATHHOTO KIIIHIYHOTO JOCBiNYy, 00 Ha/laBaTH peKOMEHMAIli] 1010 3aCTOCYBaHHS
[IbOTO Tperapary Ha JaHui 4yac. Ha mpomy ertari pi3Hi KIIIHIYHI XapaKTEPUCTHKH MAIliEHTIB,
BKJIFOUEHUX JI0 OMOPHUX JOCIHIKEHb 3 BUBUEHHS iHIINX npenapariB @3T (mepeBaskHO YOIOBIKIB)
Ta TUX, XTO OyB BKJIIOYEHUW 10 OTMOPHUX JOCTIIHPKEHb 3 BHBUEHHS MirajactaTy (MepeBa)KHO
KIHOK) Ta pi3HUI CHIEKTp MyTallil, IKi MOXKYTh BIIIIOBIJIaTH Ha Tepartito (Bci — Ha npenapatu O3 T
Ta JIMILE JIeKl — Ha MIrajacTar) yCKJIaJHIOITh y3arajbHeHHs 1H(opMallii Ta BUBHaYSHHS MICIs
MirajacraTy cepes npenapartiB ajs JikyBaHHS XO.

KomenTap po0o4oi rpynu:

B Vxpaini nepopanvruii HuzbkomonreKyiapHull hapmaxono2ivHuil wanepon mieaiacmam
(npenapam 'anagpono™; Amicus Therapeutics, Kpenbepi, wmam Hbvo-/ocepci, CIIIA) na
01.10.2018 poxy ne 3apeecmpogano.

5.5. Monimopune y oopocaux nayicnmis 3 xgopoboor Pabpi

KoxxHa cuctema oprasiB, sika Moxe OyTM NOTEHLIMHO ypaskeHa BHACHIJOK XBOPOOH,
MOBUHHA OYTH PETENIbHO OI[IHEHa ITPU A1arHOCTHUIIL. Y TAIli€HTIB, K1 (111€) He MoYalu OTPUMYBaTH
@®3T, HeoOX1IHO MPOBOAMTU MOHITOPUHI 3 HAJEKHUMH IHTEpBaJaMM 4yacy, BUKOPHUCTOBYIOUHU
3ax0/, 5IK1 €(EeKTUBHO CTPUMYIOTh OUIKYBAaHE MIPOTPECYBAHHS 3aXBOPIOBAHHS, SKIIIO € TOCTYITHI
JIaHi PO FeHOTUI-(PeHOTUN Kopenswito (Tadu. 13). [lns nauieHTis, y skux Bxe po3noyato O3T,
HACTIHHO PEKOMEHIYEThCS peryisipHo omiHioBath BB P33T Ha BCl ypakeHI CHCTEMH Ta
opranu. biorcis TKaHWH, 0COOIMBO HUPOK, HA BUXIJTHOMY PiBHI MOXKE CIIY>KUTH MOTEHIIMHUM
MapKepoM JIJISl OI[IHKH MPOTPECyBaHHs 3aXBOPIOBAHHS, SIKIIO CTaH MaIlieHTa moripmurthes [97].
OOrpyHTYBaHHS Ta JAeTall 3alpOINOHOBAHUX METOJIB OOCTEXEHb 1 MOHITOPHUHIY HaBEJCHO B
HNonarkax A (aupku), b (cepue), B (mepudepuuna vepopa cucrema), I' (ieHTpagprHa HEPBOBA
cuctema) Ta Jl(ypakeHHs iHIIUX OpraHiB).
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VY mnanientiB 3 ¢perHotunom X 3 Mi3HIM MMOYATKOM, SIKi paHime He orpumysann O3T,
pETENbHUN MOHITOPUHT MOXKE OyTH 0COOJIMBO CKJIaJHUM, OCKUIBKH O3HAKHA T4 CAMITOMH MOXYTh
PO3BUHYTHUCS Y Billi, KOJIM YacTOTa 3aXBOPIOBaHb HUPOK, cepild Ta [[HC, ne nmos's3annx 3 XD, B
3arajpHIA TOMYJIAIIT BXKe cama 1Mo coOl migBUIeHa. TaKuM YHHOM, Y JESKUX BXKE CHMIITOMHHX
BUMA/IKaX OIOICis TKAHUH MOXE JAOMOMOITH BIJIPI3HUTH MOPYLICHHS 3 OOKY HHUPOK UM CEpIs,
noB's3aHi 3 XD, BiJl MOPYIICHB 1HIIOT €T10JI0T1i.

Sk 3ragyBanocsi Buile, HasBHICTh MyTauii B TeHi GLA y reTepo3uroTHux xiHOK He
JI03BOJISIE IPOTHO3YBATH ii (hOPMY 3aXBOPIOBAHHSI, X0Ua B [IbOMY BiJHOIIIEHHI 0araToo0isaounMu
€ METO/M OLIIHKM HETHUIIOBOTO Xapakrepy iHakTuaiii X-xpomocomu [6]. B mimoMy juis xiHOK
PEKOMEHIYIOThCS TakKi caMi 0OCTeXeHHs 1 MOHITOPUHT (TadJj. 13), sk 1 1y 4oyoBiKiB (TOOTO
NOBHE OOCTEXEHHS Ha BHXIHOMY piBHI, a NOTIM MIOpiYHI OOCTEXEHHS), Xoua JyIs
0E3CUMNTOMHHX >KIHOK MOXYTh PO3IJISAATUCS OiIBIN TPUBAJIi 1HTEPBAIA MIXK OOCTEKCHHSIMU,
0COOJMBO KOJM MPOJEMOHCTPOBAHO HETUIOBUN XapakTep iHaKTHBamii X-XpoMOCOMH 3
nepeBakHoro ekcrpeciero amens GLA «mukoro tumy» [6]. Ha Bimminy Bim 1poro, mis
0€3CHUMIITOMHUX KIHOK 3 (PEHOTHIIOM 3 Mi3HIM IOYaTKOM OOCTEKEHHs Ha BHXIAHOMY piBHI
MOXYTh IPOBOJUTHCS 3a KIACHYHOIO CXEMOIO, PEKOMEHIOBAHOI JJid YOJOBIKIB, ale
JIOITYCKAIOTBCS OUTBII TPHUBAJl 1HTEPBATM MK MOAANBIIAMHU TEPIOJUYHUMH OOCTEKEHHSIMH.
BaxxnuBo mam'atat, 1m0 KITIHIYHUN HArIsA 1 peryJisipHUA MOHITOPUHT € BKpaill HEOOX1IHUMH,
OCKUIBKM BIZICYTHICTh CHMIITOMIB Ha BHXIAHOMY piBHI a00 MpH MOJANBIINX OOCTEKECHHSIX HE
BUKIIIOYAE MOXIIMUBOTO PO3BUTKY MOpYyIIEeHb (YHKIIT AESIKUX OpraHiB y MaiOyTHBOMY.
Hanpuknan, xinku 3 X Moxytb Mati Gpidpo3 cepipst 06e3 pozsutky ['JIHI [98]. 3 wiel npuuran
MPT cepuist 3 ragoninieM (sl BUSBICHHS MI3HBOTO TOCHIICHHS, SIKE CBIIYUTH Mpo (Gidpo3) citij
BBAXATH JIarHOCTHYHUM ITiXOAO0M TEpIuoi JiHil mpu OmiHIi QyHKIIT cepis y kiHOK 3 XO.
HesBaxkatoun Ha Te, 110 y OLIBIIOCTI JKIHOK BariTHICTh nepebirae 0e3 yckimamHeHb [99], Taki
O3HAKH, SIK MPOTEIHYpis, MAIOTh PETEIHHO BIJICTEKYBATUCS CIICHIATICTAMH, OCKUIBKH BOHHU
MOXYTh MpOrpecyBaTtd Mmix dac BaritHOCTI [99], i MOBHHHO NPOBOTUTHUCSH TEHETHYHE
KOHCYJIbTYBaHHS BIIIMOBITHO JI0 MOTOYHKMX pexoMennaiii [2,20]. Binbin aeransHa iHdopmaltis
I0JI0 BariTHOCTI Ta Nnakraiii HaBeneHa B JoaaTky K.

KomenTap po0o4oi rpynu:

Hooamxoso y nayicumie 3 nioozporo na X® seepmatoms ysaey na 3minu EKT" (npu QRS
>110 mc - xoumponv o6paouapimmii), ExoKI (cinepmpogito cminku 1i602o0 wiyHOUKA
diaznocmyloms npu iHOeKci macu 1ieo2o wnyHouka >48 o/m y sacinok, >50 e/m y uonosikie abo
npu moswuHi ozo cminku > 12 mum) [14,26].

Hugpepenyiiina oiacnocmuxa X® 3anexicums 6i0 OCHOBHUX O3HAK MA CUMNMOMIB, CIAHU,
wo mpaniaiomsca Hatiyacmiwe, nepeniveno ¢ TabJ. 14.

Taoauus 14

Xeopoba Dabpi: oupepenyitina diacnocmura 3a npoOGIOHUMU CUMNIMOMAMU
Aneioxepamoma: nemexii npu MeHiH2OKOKO08IU IHGheKyii (MeHicOKOKYyeMis), CnadKo8i
eemMopaciyni menean2ioekmasii, cnaokosi 1i30CoOMHI X80pooU HaKOnU4eHHs (Xgopoba
Dopoaiica, xeopoba [llunonepa, pyxoyudos, cianioos), cucmemuuii 4epeOHULL 8084AK
binv: pesmamoionuii apmpum,; peemamuyna 1uxomanka, xeopoba Petino; "6ine pocmy"”
Hegponoziuni cumnmomu’. 0emieninizyoui 3axe0prosants (PO3CisAHULL CKAepo3, IHWI), 2ocmpe
NOPYULEHHSI MO3K0B020 KP0B000Oi2y (6ackynim, mpomoboinisi, mowo); noainetuponamis
Ypaowcenna nupox: xpouniuna xeopoba Hupox (enomepynonedpum, nieronegppum,
IHmepcmuyianbHull Heghpum, aminoioos, moujo)
3axeoprosanns cepys: kapoiomionamis (cinepmpo@iuna, peCmpukmueHa), aminoioos;
XPOHIUHA cepyesa HedOCMAMHICb, 3AX80PI0BAHHSA KOPOHAPHUX CYOUH
HIKT: anenouyum,; cnacmuyHuu KOIim, NAHKpeamonamis
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Taoaunsa 13

PexomenioBani 00CTe:keHHsI Ta rpadik MOHITOPHUHTY YCKJIaJHEHb 3 OOKY BHYTPILIHIX OPTaHiB y JOPOCIUX MAIEHTIB 3 XBOpoboto Dadpi

Cucrema oprasinB

OO0cTexeHHs

[TepiomnuHICTh MOHITOPHHTY

1

2

3

3aranbpHi po3iIaau

IloBHUI aHaMHE3 Ta 3aralbHUNA MEIUYHHI OIS,
BKJIIOYAIOUM CIMEHHUI aHaMHe3 Ta OLIHKY SKOCTI KUTTS
[94], cumnTromuE 3 GOKY IITYHKOBO-KHIIIKOBOI'O TPAKTY,
MPOAYKTHBHICTH Ha poOOTi / B HABYaHHI, PIBEHb
JENPECii/TPUBOKHOCTI

Ha koxHOMY BI3HTI 10 KJITiHIKH

AxtuBHicTh hepmenty a-Gal A Ta anani3z myraniit GLA

SIK11o paHiie He BU3HAYAIOCs

Hupxku HIBuakicTh KiTyO0oukoBOi (inbTpalii (BumiproBana [IIK®D [[{opiuHO — MpU HUZBKOMY PU3HKY, KOKHI 6 MICSIIIB — IPH IOMIPHOMY
[6axkaHO] abo po3paxyHkoBa [plLIK®] 3 BUKopucTaHHsIM PHU3UKY Ta KOXHI 3 MicIli, SIKIIO PU3UK BiJ] BACOKOTO JI0 AYXe
BIIMOBIAHUX (HOPMYIT) BHUCOKOTO cryneHs; BumiptoBanHs LIK® npoBoasTs nuiie oauH pa3
Ha PiK y 3B'A3KY 31 CKJIAIHICTIO
AnpOyminypis (6axkaHO, OLIBII YYTIMBUIA MOKA3HHUK ) [[{opiuHO — MpU HUZBKOMY PU3HKY, KOKHI 6 MICSIIB — IPH OMIPHOMY
Ta/abo mporeinypis (24-ronuHHa ad0 aHaJI3 TUISIMHU CE€Yl HAa | PU3HMKY Ta KOXKHI 3 MICSII, SKIIIO PU3UK BiJ BUCOKOTO /IO JTy’Ke
CIIBBIHOIIICHHS «3arajbHUN O1TOK/KpEeaTUHIH» Ta BHCOKOTO CTYMEHS
«apOyMiH/KpEaTHHIHY)
Busnauenns piBHs 25 OH Bitaminy /[ 3a KJIIHIYHUMU MOKa3aHHIMU; PIBEHb BiITaMiHy D BUMIpPIOIOTH Y
HepioJ1 Mi3HbOI OCEeHI/paHHBOI 3UMHU
Biomcis Hupok 3a KIHIYHUMU TTOKa3aHHAMU. 3T71a/KYBaHHS «HIYKOK) TOJIOIUTIB
MOJK€E MepeyBaTu NaToJIOT1YHINi anbOyMiHypil
Cepue ApTepianbHUIl THCK Ta CEpLUEBUN PUTM Ha xo>kHOMY BI3UTI 10 KIIHIKU

EKI Ta exokapaiorpadis

[[{opiuHO Ta 3a HASBHICTIO KJIIHIYHUX MOKa3aHb

48-ronMHHE MOHITOPYBAaHHS 32 XOJITEPOM JIJIsl BUSBIICHHS
HEMOCTIMHUX mopyiieHs putMy [95]; iMruianToBaHMH
MEeTIBLOBUN PEECTPATOP PEKOMEHTYETHCS JIJIsI TIAIlIEHTIB 31
3HAYHOIO TinepTpodivHOI0 Kapaiomionarieto [96]

[[{opiuHO, ane MoKe OIIHIOBATHUCS 3 OLIBIIMMHI 200 MEHIITUMU
1HTepBaJIlaMH, 3aJIeKHO BiJl BIKY Ta IHIIUX (PAKTOPIB PU3HKY; SKILO
BUSBIIIOTHCS apUTMII, CII11 po31oYaTH OLIbII YaCTUH/ IeTanbHUN
KOHTPOJIb pUTMY (rpadik BU3HAYAETHCS 1HIUBIAYaIBHO)

MPT cepuis 3 rajgoniHiem

SIKII0 AOCTYIHO, KOJIM ICHYIOTh JJOKa3u KJITHIYHOTO IPOrpecyBaHHs
3aXBOPIOBAHHS a00 PETryJSIpHO, 3 IHTepBaJlaMH >2 POKiB

MPT cepus 3 T1 kaprorpadgyBanHsIM

JocniaHUIbKUN METOA, pe3yabTaTH CIiJ] IHTepIpeTyBaTH 3
00epeKHICTIO




IIpooosoicenns Tada. 13

1 2 3
HarpiitypeTnunuii nentu i roJI0BHOTO MO3KY Sk MiHIMYM IOPIYHO /IS MAIIEHTIB 3 KapIioMionaTier abo
OpaauKapIi€ero
IlepebpoBacky- MPT ronosuoro Mmo3ky (TOF MRA nipu nepuromy KoxHi 3 poku Ta KO 11e KIHIYHO HEOOX1AHO (HAPHUKIIaI, IpH
JSIpHI 0OCTEXEeHHI y YOJIOBIKiB BiKOM cTapiie 21 poky Ta )KiHOK HasBHOCTI HEBPOJIOTTYHUX 3MiH, SIKi IIOTEHLIHHO MOXYTh OyTH
YCKJIaAHCHHS crapire 30 pokiB, a MOTIM — BIAMOBIAHO 10 KITHIYHOT 0B’ I3aHUMH 3 iHCYIbTOM) [37]
KApTUHH)
KT-Bizyamnizaris VY BUIaJIKy TOCTPOTO 1HCYJIBTY Ta JIUIIE B TOMY BUNIAIKY, sIKI0o MPT
MIPOTUTIOKA3aHa Yepe3 HAsBHICTh KapaiOCTUMYJISITOpa
[Mepudepuuna Ominka 60710 Ta BUBUYECHHS BIIMOBIAHOTO aHaMHe3y: mkana | [Llopiuno

HECPBOBA CUCTEMA

BUMIPIOBaHHA 00110, Taka K ONUTYBaJIbHUK MO0
CHUMIITOMIB HeliponatnyHoro 6oito un Kopotkuii
ONUTYBAIBHUK IS OIIIHKH OOJIIO

Orninka HENepeHOCHUMOCTI XOJIOy Ta CIIeKH, BiOpariitHux
MOpOTiB (KUIbKICHE CEHCOPHE TECTYBAHHSI, SKIIO
JIOCTYITHO)

[opiuHo (y marieHTiB OUIBII CTAPIIOrO BiKY — MEHII YacTo)

Orninka BereTaTuBHOI CUMITOMATUKU [UIIXOM
BUMIPIOBAHHS OPTOCTATHYHOTO apTEPIaIbHOTO TUCKY

[{opiuHo

biorncis mkipu (U1t OI[IHKY MITEHOCTI
BHYTpPILIHBOETIIEPMaTIbHUX HEpBOBUX BOJIOKOH [IENFD],
SIKIIO JIOCTYITHO)

Po3rnsHyTH TOLITBHICT

JIOP-opranu Aymiomerpis [17] 3a He0OX1JHOCTI

JnxanbHa CrnipomeTpisi, BKIIOYAIOYH BiIMOBIIL HA KoxHi 2 poku ab0, 32 HaSBHOCTI KJIIHIYHUX MTOKa3aHb, — vacrimre’’;

cucreMa OpOHXOAMIIATATOPH, CTPEC-TECT Ha OIrOBIN JOPLXKIL], peHTreHorpadis TpyIHOi KJIITKH BIANOBIIHO 0 KJIIHIYHUX MTOKa3aHb
OKCHMETpIsl, peHTreHorpadis rpyJaHOi KIITKH

HImyrKoBo- HanpasuTy mariedra 0 racTpoeHTepoJora Jist SIKIIO CHMOITOMH TTEPCUCTYIOTH 200 MOCHITIOIOTHCS, HE3BAXKAIOUN HA

KUIIKOBI PO3JIaJiId | €HAOCKOMIUHOi 200 peHTreHorpadiqHo1 OLIHKU JKyBaHHS

3aranpHe Busnauenns lyso-GL-3, GL-3 B rura3mi kKpoBi Ta B ocaji Ha BuxinHomy piBHI, a IOTIM IIOPIYHO (HA TaHUN MOMEHT Iie

TIIKOMITi THE ceudi BUKOHYIOTb JIUIIIE JUJIsl TOCTITHUIIBKUX 1IN ); pEKOMEHIYEThCS

HaBaHTAXKECHHS 30epiraHHs 3pa3KiB IJIa3MH/CUPOBATKU KPOBI 1 O10apxiBax, SKIIO I1e

MOXXJIHNBO
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IIpooosoicenns Tada. 13

1 2 3
OnopHo-pyxoBuii | JIBOXEHEpreTHYHA PEHTICHIBCbKa a0COPOIioMeTpist KICTOK | Po3risiHyTH IOIIBHICT
amapar (DEXA)
[Topymenns 3 OdranbpMon0riyHUN CKPUHIHT OdranbMoNOriYHUN CKPUHIHT 32 HASBHOCTI KJIIHIYHHUX MTOKa3aHb
OOKy oprasa 30py

OOrpyHTyBaHHS Ta OLIBII IeTaIbHI aHi IS KOJKHOT CUCTEMH OopraHiB HaBeaeHo B JlonaTkax A (Hupkn), b (cepue), B (mepudeprnyna HepBoBa cuctema),
I' (uentpanpHa HepBoBa cuctema) Ta J (ypakeHHs IHIINX OpraHiB). 3aBXk/IU CJIi1 BUMIPIOBATH 3HAYCHHS BUX1THOTO PiBHS; OUTBII TPUBAJI IHTEPBAIH MK
OUTBIII CKJIAJIHUMH OOCTEKCHHSIMHU OPTaHiB MOXYTh PO3TJISAATUCS Y 0€3CHMITOMHHX JKIHOK 3 HOPMaJbHUMHU PE3YJIbTaTaMH 00CTEKEHb BUX1JHOTO PIBHS
Ta/ab0 CIIPUATIMBUM XapaKTepOM iHAKTUBAIlT X-XpOMOCOM.

XXH xponiuna xBopoba Hupok; KT xomn'torepua Tomorpadis; EKI™ enekrpokapaiorpadis; plIK® po3paxyHkoBa MBUAKICTH KIYOOUKOBOI (iIbTparlii;
JIOP oropunonapunronoriuanii; IK® mBunkictes kimyboukoBoi ¢inbrpanii; [IENFD minsHICTh BHYTpIIIHBOEHiIEPMAIbHIX HEPBOBUX BOJOKOH;
MPT marnitHo-pe3oHancHa Tomorpadis; TOF MRA uacomnposniTHa MarHiTHO-pe30HaHCHA aHriorpadist (ToJ0BH 1 HIHT).

 PiBHI pH3UKY Ha OCHOBI CXeMH KJIacH]iKallii XpOHIYHOT XBOPOOH HUPOK, 3aIIPOIIOHOBAHOT B paMKax MPOrpamMu «XBOpoOM HUPOK: TTOKPAIIAaHHS CBITOBUX
pe3ynbratiB nikyBaHHa» (Kidney Disease: Improving Global Outcomes, KDIGO 2012). Husbkuii pusuk, XXH cragii G1/2 Al; cepenniii pusuk, XXH
cramii G3a Al, G1/2 A2; Bia BECOKOTO 10 aye BUCOKOTo pusuky — XXH cranii G4 a6o 5, G3b Al, G3 A3 [90]. Ius. Takox JlomaTok A, BKIIOYAIOUYH
puc. 7.
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6. Pexomengauii A5l CKpMHIHTY

Kniniunuii Ta TeHeTUYHUI CKPUHIHT WIEHIB CIMEH MAIli€eHTIB 3 BIEpIIE BCTAHOBJICHUM
JIarHO30M, SIK1 3HAXOJIATHCS B IPYI1 PU3UKY, MA€ KPUTUYHO BaXKJIMBE 3HAUEHHS, OCKUIIBKU Y Oy/1b-
SKOTO OKPEMOTO MAaIlieHTa MOXXYTb OyTH BUSIBJICHI poaWdi, siKi Takox MaroTh X®P. B ogHOMY
JIOCJTIJDKEHHI 3 aHAII30M TeHETHYHHMX JaHWUX OYJI0 MOKa3aHo, 110 y OJHOTO MAaIli€EHTa 3 BIEPIIe
niarHocroBanoro X® 0yio B cepeHbOMY IIOHAWMEHIIE M'ATEPO WICHIB CiM'T, IKI TAKOXX MAlOTh
o xBopoOy [100]. ¥V nux wieHiB ciM'i 3aXBOpIOBaHHS MOKe OyTH J1IarHOCTOBaHE Ha BiJHOCHO
panHix craaigx. [Iporpamu macoBoro ckpuninry HoBoHapopkeHux (MHC) Ha 0CHOBI KiJIbKICHUX
aHasi3iB akTMBHOCTI (epmeHTy 0-Gal A 103BOIsAIOTH iAeHTH(DIKYBATH Ta MOHITOpYBAaTh OCi0
(TepeBaXHO YOJIOBIYOI CTaTi) 3 MyTallisiMH, [0 BUKIWKaIOTh XD, 3 panaboro Biky [5,101], a
TaKOX BUSIBUTH JIOPOCTUX 0C10 y 11 pOAMHI 3 BIAMOBITHUMU IMOPYIIEHHAMH. Taki mporpamu 0yau
3armouaTkoBani B geskux mTarax CIHA [20,102], B OexiIbKOX €BpONEHCHKUX KpaiHax
[20,103,104] ta y TaiiBani [57,105]. Xoua Bukopucranus nporpam MHC mist BusiBieHHss XD
3aJMINAETBCS €TUYHOIO TMPOOJIEMOI0, JAEKibKa IyOJiKaliii mpo OCBiJl y4acTi Mali€HTIB Yy
nporpamax MHC s BusiBienHss X®@ Bka3yloTh Ha Te, 10 OUIBIIICTh MAIIEHTIB XOTUIU OU OyTH
noindopmoBarnmu [106-108]. HaitGinpm1 mommpeHNMH TPUIMHAME TaKOTO Oa’kaHHS MAIli€HTIB
€ YCYHEHHS «B1IYYTTS, 110 iX HE PO3YMIIOTh» OaTbKH, BUMTEINI Ta JiKapi, 3BUYANHO uyepe3 00IbOB1
CHUMIITOMH; MOXJIMBICTh MOYATKY JIIKYBAaHHS HA paHHINA cTaiii Ta 3amoOirTH YCKIaJHEHHSM, a
TaKOX Kpallla OCHOBA sl MPUIHATTS pillieHb 010 MIaHyBaHHs ciM’1 Ta aiteit [106,107]. [Ipote
MAIIEHTH-KIHKA TaKOoX 3a3Hadyalld, 110 3HAHHS PO CBOi I'€HETHYHI OCOJIMBOCTI CIIPUYHHSE
BITUYTTS «HIOM HA HUX TOBICHIIU SIPJIMK XBOPOT JIFOIMHI, HABITh SIKIIO Y HUX HE OyJI0 CHMIITOMIB
[106]; mesiki marie€HTH, SK YOJOBIKH, TaK 1 JKIHKH, 3a3HAYMJIM, IO PAHHS JIarHOCTHUKA TaKOX
npu3Bena J0 BTpaTH 0e3TypOOTHOro KHUTTA Ta MOCWUJICHHsS cTypOoBaHOCTI MaitOyTHiM [106].
[Mamientam, siki Oynu imeHTHdikoBaHi B xoxi mporpam MHC, mae Oyt HagaHO TeHETHYHE
koHCynbTyBaHHs [30]. [IpoTe koHCYnbTyBaHHS 0Ci0 (Ta WieHiB iXHIX ciMei), IKi MalOTh MiCCEHC-
MyTallii HeBiJOMOT'O 3HAYCHHSI, [0 OYJIM BHUSIBJICHI 32 JOIMTOMOTOI0 TAKMX CKPHHIHTOBUX IIPOTpam,
3aJUIIAI0THCS CKJIATHUM 3aBJaHHAM (IUB. TaKOXK po3in 4 «[linTBepmKeHHS A1arHO3Y»).

KomenTap po0o4oi rpynu:

MynvmucucmemHicme ypajceHHaM ma pi3HOMAHIMHICMb KIiHIYHUX 03Hak XD ycknaouwe
ceoeyacHull Odiacno3. Poswupenuti ckpunine ceped Xxeopux, ki cmpadxcoarome Ha XXH,
einepmpoiuny Kapoionamiro, Manu iwemiyHi iHCYIbmu 8 AHAMHe3l, 30i1bULYE MONCIUBICMD
Oiacnocmuxku X® i 0036015€ 8i0oHecmu HAAGHICMb Yux cmauie 0o 2pynu pusuky. Tax camo i
CKpUHIHZ ceped 2pyn NAyi€eHmis 3 8UCOKUM PUSUKOM 3a KIIHIYHUMU napamempamu (HaseHicMo
XPOHIUHUX 3AX60PI0BAHL, 0OMSNCEHO20 POO0BOJY, aKponapecmesii ma 000AMKOBUX KATHIYHUX
o3Hax, modcausux npu XD), 3menwtye Koao ocib O0as Nooanbuio20 BUCOKOBAPMICHO20
(bioximiuHo20 ma 2eHemuUYHO-MONEKVIAPHO20) O0OCMEeNCeHHs ma ONMUMI3YE OiacHOCMUKY
3axeoprosants. QOcmedcenHs 6 CneyianbHux epynax 30ibuye 8ipo2ioHicmy BUAGNEHHS 0CIO 3
mymanmuum 2enom 6 3-90 pasis [7,8,28].

7. PexomeHaanii o0 reHeTHYHOT0 KOHCYJIbTYBAHHS

X® mae riubokuil eMouiiHui Ta Gi3MUHUI BIUIMB HA ypaskeHy 0co0y Ta WieHiB 11 cim’i.
Jns Toro mo6 JOMOMOrTH MalieHTaMm Kparie 3po3yMiTh X®@, TeHeTHYHe KOHCYJIbTYBAHHS
NAIli€HTIB Ta WIEHIB IXHIX CiMeH/MapTHEpiB MEIUYHUM TE€HETHUKOM al00 KOHCYJIbTAaHTOM 3
JOCBIIOM BeAieHHST XD Mae BUpIIaAIbHE 3HAYCHHS TICIIsI BCTAHOBJICHHS IIarHO3Y Ta € BAKIIUBOIO
YaCTUHOIO MDKIUCIMILTIHAPHOTO MiAXO0Y 10 JiKyBaHHSA XD.

[lepmmii ceaHC TEHETHYHOTO KOHCYJIBTYBaHHS Ma€ 30Cepe/KyBaTH yBary Ha X-
3YETVIEHOMY XapakTepi ycnaakyBaHHs X®, MOXIMBHUX BapiaHTaXx T€HETUYHOTO TECTYBaHHS,
JOCTYITHUX IS TAIII€HTIB, Ta BHUABJICHHI YiIEHIB CIM'T 3 TPYMH PU3HKY NUBIXOM CKJIaJaHHS Ta



IHTEpIpeTallii AeTaTbHOro CIMEHHOTr0 aHaMHe3y. BaIIMBO TakoX MEpPeKOHATUCS, IO MAIIEHTH
PO3yMIIOTh, 110 JKIHKH TaKOX MOXYTh ICTOTHO TMOCTPa)KJIaTH BiJ 3aXBOPIOBAHHS 1 HE MOBWHHI
PO3TISAATHCS MPOCTO SIK HOCIT XBopoOu [6,7,20]. V BIANOBIAHUX BUTIQJKAX CEAHCH T€HETUIHOTO
KOHCYJIbTYBaHHS TaKOK TIOBUHHI BUPIIIYBATH TICUXOJIOTIYHI MPOOJIEMH, SIKi MOKYTh BUHUKHYTH
micisg giarHoctyBaHHs X@, Taki SK TpUBOra IIOA0 NMPOTPECYBaHHS 3aXBOPIOBAHHS; BITUYTTS
MIPOBUHH, MOB'sI3aHE 3 TIEpeIaucto XBOPOOH MITSIM; 3allepEUCHHS MPOTPEeCyBaHH XBOPOOU Ta 1HIIII
CWJIBbHI eMOllii, HAPUKJIa/ THIB, TOpEe, BIAUYTTS BUHH, O€3HANIWHICTh 1 BIUIMB HA CAMOOI[IHKY Ta
CaMOCBIJIOMICTh. 3a HEOOXIAHOCTI TaKOX CJijl PO3TJIIHYTH/OOTOBOPUTH €KOHOMIYHI, COIlIabHI
ACIIeKTH, 1HBAJIIHICTh, MUTAHHS MPalEBIAIITYBaHHs Ta cTpaxyBaHHs kuTTs [20,101]. Haganus
iHdopmMarii mpo rpymy mATpUMKH s narieHTiB 3 XD Ta mogaTkoBi iHoOpMaliiHI pecypcu
marieHTaM Ta WieHaM IXHIX CIMEH MOXe JONMOMOITH iM Kpamie 3pOo3yMiTH Iel JiarHo3 Ta
3MCHIIIMUTH MOJKJIMBE BIAYYTTSA 130yAMii. YCIM TMalmi€eHTaM 4YOJoBi4Ooi Ta >KiHOYOi cTaTi
PEIPOAYKTUBHOTO BIKY HEOOXIJHO MPOMOHYBATH T€HETUYHE KOHCYJIBTYBAHHS TMEPE] 3a4aTTIM
a00 y npeHaTaJbHU MepioJl, IPU LIbOMY CJIiJl 0OTOBOPUTH X-3UEIIJICHUM XapaKTep ycraaKyBaHHs
X®, NOBIIOMUTH TIPO HASIBHICTH SIK TPEHATATBHOI IIATHOCTUKHY 3 BUKOPUCTAHHSM KYJTbTHBOBAHHIX
AMHIOLIMTIB YM BOPCHUH XOPIOHY JAJISi MOJIEKYJSPHOTO TECTYBaHHS, TakK 1 MepeaiMIuIaHTaIiiiHOl
TeHETUYHO]I JIIarHOCTUKH, SIKa JI03BOJIsSIE BUOPATH 3/10pOBi eMOpioHu. [ eHeTHYHE KOHCYIBTYBaHHS
nepes 3a4arTsM Mae Ay)Ke BaKJIMBE 3HAUEHHs, SIKIIO MAllleHTKa IUIaHY€ BariTHICTh, OCKILIBKU
JesIKi TOTIOMDKHI JTIKapChKi 3aCO0M, SIKi 3BHYATHO BUKOPHCTOBYIOTHCS JUIS JTIKYBaHHSI CHMITTOMIB
X®, € TepaTOreHHUMH Ta MOKYTh CTAHOBUTHU PU3MK JJI PO3BUTKY Iioaa [99].

KomenTap po6ouoi rpynu:

IIpu npoeedenni koHcyromayis cio epaxosysamu, wo 011 nayienmis 3 XD npumamanti
NCUXONO2IYHI 3MIHU, AKI 3a36udall maHipecmyrome 3 3 ma 4-i dekaou socumms [20,41,46]. e
Hecneyu@iuni O3HAKU - NOPYWEHHS KoHyewmpayii, yeazu, nam ami, AKi npu3eo0samsv 00
MPYOHOWi8 8 HABUAHHI, NPOOIEM COYIAIbHOI adanmayii; 3MiHa NOBEOTHKU 3 WUPOKUM OIana30HOM
(Oenpecis, mpueoza, nawiunwi amaxu, nopyulenHs yHKyii nepyenyii, Opamienugicmo,
Hemepnumicms mowjo) ma iOmepMiHO8aHI 3MIHU 00 NOMIPHOI OeMeHYiT

Icnye mouka 30py, wo 0oYinbHICMb NPEHAMANbHOI 0Ia2HOCMUKY CYMHIBHA Yepe3 emuiHi
ma MeoOuyHi acnekmu 3 02140y Ha me, wjo Xeopoba NiKyemucs. MonekynapHo-eeHemuyHull ananiz
Modice Oymu ukoHano Ha 10-my mudichi 8azimHocmi y 8UpoweHill Ky1bmypi 60PCUHOK XOPIOHA,
abo na 14-my mudicni eéazimmocmi - 6 Kyibmypi amuiomuunux kiimun [3,22,40,43,44].

8. Oo6roBopenns

Kniniyna BapiabenpHicTh XD BUMarae iHauBiAyaqbHOTO MiAXOY 10 TIKyBaHHS MAIli€HTIB,
3 ypaxyBaHHSM T€HOTHIY, CTaTi, CIMEHHOTO aHaMHe3y, (DEHOTHIY Ta CTYNEHS TSKKOCTI
cneuu(iyHUX KIIHIYHUX CUMOTOMIB Yy KoHKpeTHoro mnamieHta. ®3T i3 3acTocyBaHHSIM
araJiCuJia3u € OCHOBOIO Tepartii, 1 3'sIBISETHCS BCe OUIbIIE 0Ka31B TOTO, IO KIIIHIYHA BiJIIOBIIb
Ha Tepamilo € Kpamowo npu panHbomy nodatky ®3T. B igeani nopocni yonosiku 3 XD 3
KJIACUYHOIO MYTalli€l0 MOBUHHI HeraiiHo nmoyatu oTpuMyBaTu ®3T, He3anekHO BijJ CUMITOMIB
XBOpOOH, B KOMOIHAIII1 3 B1IOB1THOIO TOMIOMIKHOIO TEPAITIEIO I CHMITOMATUYHOTO JTIKYBaHHS.
VY nopocnux xkiHOK 3 XD 3 KITaCHYHUMU MYTaLISIMU CIIi PO3TJISHYTH JOLUIBHICTh 3aCTOCYBaHHS
@3T, SKII0 y HAX € CHMITOMH, 1110 BKa3YIOTh Ha YPa)XeHHS KUTTE€BO BaXKJIMBHUX OpraHiB abo, 3a
BIJICYTHOCTI CHMIITOMIB, — IMpPH HAasSBHOCTI J1a0OpaTOPHUX, TICTOJOTIYHMX JAHUX YMU JaHHUX
Bi3yalli3allifHUX 00CTEXEHb, IKi BKa3ylOTh Ha YPaXXCHHS KUTTEBO BaXJIMBUX opraHiB. OCTaHHs
BHMOTAa TaKOXX 3aCTOCOBYETHCS JJIA MalieHTiB 3 ¢deHotunom XD 3 mi3HIM moyaTkoM abo 3
Bapiantamu GLA wmyrariii HeBiIOMOro 3Ha4eHHs. TakWM YHUHOM, OI[iIHKA MAaTOJIOTIYHUX 3MiH
TKaHUH 1pu XxBopoOi dabpi Moxke JOMOMOrTH y NpUHHATTI piieHHs npo noyatok 3T Ta iHoxl
MOe OYTH KOPHUCHOIO JJIsl OLIIHKH ITPOrpeCcCyBaHHs 3aXBOPIOBAHHS 1 BIIMOB1II HA Tepariio Mijg 4ac
noJajibIIoro cnocrepexenHs. Jopoci xxinku 0e3 o3Hak a60 cumnToMiB X® MOBUHHI PETYISPHO
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MIPOXOTUTH OOCTEXKESHHS JJIs CBOEYACHOTO BUSBIICHHS O3HAK Ypa)XCHHS OpraHiB. Takum 4MHOM,
JIOBIOCTPOKOBE BEACHHS TOopociuX mnamieHTiB 3 XD mae BritouaTu cBoevacHe npusHadeHHs O3 T,
pEryIsipHY OLIIHKY MPOTPECYBaHHS 3aXBOPIOBAHHS Y BCIX MAIIEHTIB Ta 3aCTOCYBAHHS HAJICKHHUX
3ac00iB JOMOMDKHOI Teparii MiXAUCIUIUTIHAPHOK TPYIO0 JIIKApiB IS MOJIETIIEHHS KOHTPOJIIO
opras-crenu(piYHuX YCKJIaTHEHb.
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JonaTok A

3ajyyeHHs] HUPOK Yy MATOJIOTiYHUI MPOLeC Yy I0POCINX NALIEHTIB 3 XBOP000I0
®Dalpi: nposiBH, TIArHOCTUKA i JIKyBaHHS

1. IIposiBu 3 GOKY HUPOK

XpoHiyna xBopoba Hupok (XXH) — me cepiiozHe 1 momupeHe YyckiagHeHHs XO.
CyOxJTiHIYHE 3aTy4eHHSI HUPOK y TATOJOTIYHUM MpOIEC y MiTeH 3 KiacuyHowo (opmoro XD
XapaKTEPU3Y€ETHCS HAKOTMMYCHHSM TITIKOJIMIIIB Y KIITHHAX HUPOK (BKJIIOYAIOYH SHOTENIalbHI Ta
ME3aHTiaJIbHl KJIITHHHU, TOJOIMUTH 1 emiTeTiadbHl KIITHHA HUPKOBHX KAaHAJBINB), a TaKOX
VIIKOJKCHHSIM TOJIOIUTIB - BUCOKOAU(DEPEHIIIHOBAHUX €MiTeTiaIbHUX xritHa . HakonmudaeHHs
KO AIB BUSABJISIOTh Y TKAHUHI IUTALEHTH i B HUPKax ypakeHOTO wrona®. IMarosoriuni 3sMinu
B HUPKaX B BUTJISII 3TJIa/PKYBaHHS HI)KOK TIOJIOIUTIB BU3HAYAIOTh BKE B PAHHBOMY JTUTHHCTBI, 710
MOSIBU albOyMiHYpii a00 MpoTeiHypii Ta M0 TOTrO, K CTaHE OYEBUIHUM MOTIpIIeHHS (DYHKIIT
HUPOK  (YMOBUIBHEHHS  MIBHAKOCTI  KiyOoukoBoi  ¢inmprpamii  (LIIK®)), 3ymoBiene
inTepcTuLianbHUM  BiOGPO30M, IIIOMEPYIIOCKIEpo3oM i arpodicro kaHanbuisl®. YV nmiteit 3
kiacuaHoI0 popmoro XD makormmueHHs riodoTpiao3miepaminy (GL-3) B mogonurax 3pocrae 3
BIKOM 1 KOPEJIIO€ 31 3rIa)KyBaHHAM HIXKOK (30UIBIICHHSM IIMPUHU) TOJOLMUTIB SIK 1HIUKATOPOM
cTpecy abo iX ypakeHHs, a TaKOX - 3 PIBHEM npOTe'iHypi"E’*G. JI1st JKiHOK, T€TePO3UTOTHHUX JIIsI
mytauiii reny GLA, xapaktepHa BapiabenpHiCTh Yy HakonnueHHI GL-3 B mogonuTax, 1Mo BIUIMBAE
Ha CTYITiHb 3TJIa/DKyBaHHS HIKOK noonuTi’ . BU3HAYEHHS 3MiH B HIXKKaX TIOIOMUTIB y TAIlIEHTIB
000X craTeil MoOKe BIAMOBIAATH «IIPUXOBAHOMY (HIMOMY) TEpameBTUYHOMY BIKHY»
ontuMansHOro mpu3HaueHHs ®3T 10 TOro, SK BHHHUKIMA TPOTPECUBHI CHMIITOMH YpPaKSCHHS
opraHy, Taki sk sBHa mpoTeinypis>>S10,

KomenTap po6ouoi rpynu:

Haczonowyemvcs na 0606’sa3x080my obcmedsicenti 0ns guknroyenus X@ uonosixie 3 XXH
HEYMOYHEH020 2eHe3)y 3 MaHighecmayicto namonoaii HupoK y 8iyi 0o 50-mu pokie [2]. V acinok 3
XXH neymouneHnozo eene3y HeoOXiOHiCMb 00CmedCenHs He MaKa Kame2opuyHe (npono3uyis), ane
CIMOCYEMBCA BCIX BIKOBUX 2PV

Ilpu  oocniosxcenni negpodbionamy Ha cyOKniHiunitl cmadii (6e3  anvOyminypii)
HAKONUYEHHsL CYOCmpamy 8UABIAI0Mb 8 NOOOYUMAX ma enimenii OUCMAIbHUX KAHANbYI6 ma nemJii
Tenne [23,42,45]. Ilpu enekmpouniti MIKpOCKONii 3 BUCOKUM CmyNneHem 30LIbWen s Yi
HAKONUYeHHs. NPeodCcmasisaioms cobo ocmoginbui denozumu (max 3eaui "mieninosi gieypu':
MHOJMCUHHI  MINbYss 3 NOCHIOOBHUMU eleKMPOHHO-WinbHUuMy ma "nposopumu’” wapamu,
PO3MAUOBAHUMU KOHYEHMPUUHO abo y 8uensaodi 3aeumkies, "3eopu”). [Ipueodom oas ix ymeopernHs
Modice Oymu i BUKOPUCMAHHS OKpeMux JiKapcbkux 3acobie noza X® (3oxkpema -
hydroxychloroquine, chloroquine, amiodarone), wo mpeba epaxosysamu npu onumyeammi
X80p02o.

2. Oninka

PexomeH10BaHI METOAM OLIHKH 1 TEPMIHM MOHITOPMHTY Yy JOPOCIHX Maii€eHTiB 3 XD
HaBezieHl y Tabuamui 5.

2.1. Buznauenna cmaoii Xxponiunoi xeopoou Hupox

XXH y nopocnux mamieHTiB 3 kiacuyHowo Qopmoro X® mae ormiHoBatucs 1
kiacugikyBaTUCS 3a CTaAISIMH BIATMOBITHO IO YUHHUX KpUTEPiiB BU3HaYeHHs cTaii X XH 3rigHo
3 KOHCEHCYCOM €KCIepTIB oprasizauii «XBOpOOM HUPOK: MOKpAIIEHHS KJIIHIYHUX HaCHiJIKIB Y
cgiti» (KDIGO) (Puc. 7). Ouinka IIK® no3Bonse BCTaHOBUTH KaTeropito «G» 3rigHO
knacudikamii XXH 3a mapamerpamu «npuunna, pierb HIK® 1 piBenp anpoyminypii» (CGA).
PozpaxynkoBy IHK® (pLIIK®) 1, B ineani, peanbHi (BuMipsiai) 3Minu LLIIK® notpibHO BU3HAUaTH
3 paHHIX CTajilf XBOPOOH HMPOK'2. 3aCTOCYBAaHHS HOTEKCONY € HAHOIIbII MPUAATHAM METOIOM
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ans BumiproBanns IIIK® i Moxe 6yTu BUKOpUCTAaHUM Y JiTeit™. V 1opocaux Hai6ilbII TOYHOIO
dbopmyrnoro s po3paxyHky IIIK® e¢ CKD-EPI (I'pymu cmiBmpami 3 emigemionorii XXH),
0c00IMBO TIpU 30eperKeH i

JlocmimkeHHs piBHSA anb0yMiHypii BU3Ha4Yae Kateropito «A» npu kinacudikamii XXH 3a
napamerpamu CGA. AnpOymiHypil0 MOTpiOHO OILiHIOBAaTH B J0OOBiM MOpIIi cedi, SIKIIO 1€
MOYJIMBO. AJIbTEPHATUBHUM ITOKA3HUKOM, MEHIIl YYTIMBUM ISl PAHHBOTO BHSIBIICHHSI YPaXKCHHS
HUPOK, € BU3HAYEHHS MpoTeinypii. s ouinku nporeinypii 36ip HiuHOi mopuii ceui Moxke OyTu
OLTBII IPAKTUYHUM, HDXK 301p cedi 3a 100y. MoXIuBe TOCITIKEHHS anbOyMiHYpii 1 mpoTeinypil
y pa3oBOMY 3pa3Ky cedi 3 KOPEKII€I0 Ha PiBEHb KpEaTHUHIHY B cedi. Y JOpPOCITUX MAIli€HTIB
cTaHjapTHi moporosi piBHI mis kareropii A3 3rimHo KDIGO cranoBnsats 300 mMr/r kpeaTuHiHy
260 300 mr/no6y ans ans6yminypii, 0,5 r/r kpeatuniny a6o 0,5 /106y a1s npoteinypiitl. [Ipote
anpOoyMiHypist >30 Mr/mo6y a6o >30 Mr/r KpeaTHHIHY BXKeE € TaTOJIOTTYHOO (KaTeropis A2), 1 MOXe
CYIIPOBOJKYBAaTH HOPMaJIbHI PiBHI MPOTETHYPII.

Puc. 7 Yunni kputepii BuszHadenns craaii XHH 3rigno 3 KDIGO 3a plIK® i
CHiBBifHOIIEHHAM anbbymin/kpeatnrin cedil®. Kompopu BimoOpakaroTh BiHOCHHMI PH3HK
nporpecyBanas XXH: 3ei1eHuid — HU3BKUHA pU3UK (32 BIACYTHOCTI IHIIMX MapKepiB XBOPOOH
HIpoK XXH BificyTHS); )KOBTHH — TOMIPHO MiJBUIICHUI PU3UK; TOMapaHYeBHI — BUCOKUIT PU3UK;
YepBOHUN — JyK€ BHCOKUN pu3uK. Pi3HiI Kareropii Takoxx BimoOpakaroTh MPUOIM3HO MOAIOHMIA
pU3UK cMepTi 3 OyAb-KMX TpPUYUH 1 CMEpPTi 3 CepleBO-CYAMHHUX MpHYMH. ToBCTImI
TOPU30HTANIbHI Ta BEPTUKAIBHI JiHII IPEACTaBISIOTh 0000 moporu Juist AiarHocTuku XXH Ha
ocHOBI anpOyminypii Ta [IIK®.

Cranis XXH (ILIK®D: Kareropis ane0yminypii (Mr/go6a abo criBBiAHOLICHHS MT
KaTeropis) anpOyMiHy Ha | T KpeaTuHiHy ceui
Al (<30) A2 (30-300) A3 (>300)
I (>90: G1) X®: tun 1 (k1acuyHui)
11 (60-89: G2) X®: tun 1 (kmacudyHuii)
I11a (45-59: G3a)
1116 (30-44: G3b)

IV (15-29: G4)
V (<15: G5)
XXH xponiuna xBopoba Hupok; (p)LIK® (po3paxyHkoBa) MIBHAKICTb KJIyOOUKOBOi
¢inbrpanii; KDIGO opranizaiis «XBopoOU HUPOK: MOKPAIIEHHS KIIHIYHUX HACTIKIB Y CBITI».
3a3Buyaii mamientu 3 kateropisimu G1/A1 a6o G2/A1 He BBaXarOThCsl TAKUMH, 110 MAIOTh
XXH, SIKI10 TUIBKY BOHM HE MalOTh TiCTOJOTTYHUX MATOJIOTTUYHUX 3MiH Y HUPKOBIiH TKaHMHI. Yci
NAaIlEHTH 4YOJIOBIYOI cTaTl 13 KJIAcH4YHOWO Qopmoro XxBopoou @Dadpi MaroTh TiCTOJIOTIYHI
MATOJIOTIYHI 3MIHM Y HUPKOBIM TKaHHHI 1, OTXKe, BBAXKAIOTHCS TaKUMH, 10 MatoTh XXH, HaBiTh
AKIIIO PIBHI KPEaTHHIHY B CHPOBATLI KPOBI Ta abOyMiHypii € HOpManbHUMU (AnanToBaHo [11]).

Komenrtap po6o4oi rpynu:

s pospaxyuky LLHIK® y ocio cmapue 18-mu poxie euxopucmosyromo gpopmyny CKD-EPI
3 Kopexyieio 3a sikomy nayicumie cmapue 40 poxie: xovucen pix (—1) mu/xe./1.73 m? 3a pix [30];
y dimeti 3acmocosyromo hopmyny Llleapya (Bedside Schwartz).

2.2. bioncia nupxu

3Ha4YyIIiCTh 1 MOKa3aHHA Ui MPOBEACHHS O101Cii HUPKHU 3aJIMIIAI0THCS TIEBHOIO MipOIO
CyNepeuJuBUMHU. Y TAIIEHTIB YOJOBIYOI 1 IHOYOI CTaTi OI[IHKA TSHKKOCTI 1CHYIHOUOTO
VIIIKOJKEHHS TKAaHUH J1a€ MOKJIMBICTh BUKOHATH MMOYATKOBY OIIHKY XBopoOu 1o iHimiarii @3T 1
MO’K€ MaTH MEBHE 3HAUYEHHS y NMPUNHATTI KIIHIYHUX pIilIeHb, OCOOIMBO y MaIl€HTIB YOJIOBIUOT
CTaTi 1 TeTepO3UTOTHUX MAIlieHTiB 3 Bapiantamu rena GLA neBinomoro 3Hauenus (VUS) abo i3
(beroTunamu 3 misniM noyarkom™®. Biomncis HupKE Moske GyTH JOIINBHOI y OKPEMHX TAIi€HTIB
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HaBIiTh 3a BIJCYTHOCTI MPOTEIHYpii, OCKUIBKU 3IJIaJKyBaHHS HIXKOK IOJOLMTIB 1HOI Mepenye
anpOoyMinypii. IlpoBenerHs HedpoOioncii MOIMUIPHO Yy BUMAAKY HEOYIKYBAHOT HE3aT0BLILHOT
BignmoBimi Ha @®3T abo Ui BU3HAYCHHS MOXJIMBOI CYIMYTHBOI TATOJOTIi HHUPOK, SIKIIO
CIIOCTEPIraeThCs PanTOBE 3HIKCHHs (PYHKIIT HUPOK a00 30UIBIICHHS MPOTEIHYPIli YU PO3BUTOK
HEe(POTUIHOTO CUHIpOMY. BioTiCis HUPOK, MPOBEICHA JTOCBITYCHUM CIEIIAIICTOM 13 3alTy4eHHSIM
Cy4acHOTO PaioJIOTIYHOTO KOHTPOJIO (Bi3yaii3allis HUPKH), CTa€ Bce OUIBII OE3MEeYHOI0
TIPOLIEYpPOI0 Y TIOBCAKAEHHiH mnpaktumi®™. Ilepen ii BUKOHAHHAM PEKOMEHOBAHO OIiHUTH
nepeBary i€l iHBa3MBHOT IPOLICIYpH Ta ii PU3HUKH.

3. JlikyBaHHA

JlikyBanHs Hedponarii y JOpOCINX NAIi€HTIB, SKi 3BEPTAIOTHCS 32 MEIUYHOIO JOTTOMOT 010
1 MawoTh MiATBEep/KeHWM miarHo3 X@, mepembauae moyaTkoBe BHM3HA4yeHHS cramii XXH,
imenTudikaito 1 JiKyBaHHs mposBiB Ta yckinanHeHb XXH. Ilicns miei omiHku ciig po3novyaru
®3T 1 onoMi>kHY Tepalrliro, 3SMIHUTH CIIOCIO KUTTS 1 PSKUM XapuyBaHHS (OOMEXEHE BXKMBAHHS
HATPII0) 3 METOI0 KOHTPOJIO MPOTEIHYpil Ta 1HmMX yckiaaaHeHb XXH, 30kpeMa - migBUIICHUN
CEpLIEBO-CYIUHHUI PU3UK, apTepialbHy TiNepTeH31l0, MOPYLIEHHS MiHEpalbHOrO OOMIHY
KicTkax, moB’ssadmi 3 XXH (CKD-MBD). Curig goTpumyBaTucss 4MHHHMX HacTaHop 1817,
PexoMeH0BaHO perynspHO OLiHIOBATH (QYHKIIII0 HUPOK, KIIt0uoBi posiB X XH Ta e(peKTuBHICTH
JiKyBaHHs. J{Js1 MaIieHTiB 3 HUPKOBOIO HEIOCTATHICTIO TPAHCIUIAHTALIIS € TEepaIlielo BUOOPY, SIK i
y 3arajbHii TOMyNALii MaIi€eHTIB 13 HUPKOBOIO HENOCTaTHICTIO. Y maiieHTiB 3 X® micns
TpaHCIUIAHTAII] BiIMIYAIHCS Kpalli KJIIHIYHI HACTIIKH, HIX Y THX, XTO OTPUMY€E miamizt®lo,

3.1. @epmenmosamicna mepanin

VY nopocnux Tami€eHTIB 3 MiATBEPIKEHUMH O3HAKAMH TATOJIOTIYHMX 3MiH HHUPOK,
KIHIYHUMH TPOSIBaMU ypakeHHsI HUPOK (anbOyminypist >30 mr/no0y abo >30 Mr/r KpeaTuHiny)
a6o nopymenHsaM ¢yskiii Hupok (ynosinsHeHa LIIK®) @3T i3 3acTocyBaHHsM arajicuaasu anbda
abo araicugasu 6era mae OyTu posnodaTta sikomora pasime. Ha mporpecyBaHHs XBOpoOH Mae
3HaYHWW BIUIMB BIK: CTapili Mami€HTH, 0cOOMMBO Ti, Aki po3noyanu P3T y moxwmiomy Bii,
pearytots Ha ®3T He Tak 70Ope, K OLIbII monoi®1%%, To6to y naiieHTiB 3 XD icHye oOMexeHe
«BIKHO MOXIMBOCTeH», B pamkax skoro ®3T wmoxe crabimizyBatn ¢yHKIi0o Hupok°. Ha
CHOT'OJIHIIIHII JIeHb €KCIIePTH BBAXKAIOTh, 1110 MAI[IEHTU 3 Mi3HHOIO a00 TEPMIHAIBHOIO CTAJIIEI0
XBOpPOOM HHUPOK BCE II€ MOXYTh OTpUMYyBaTtu KopucTh Bint P3T 3aBIsKky 3MEHIIEHHIO BIUIUBY
[aTOJIOT1YHOTr O Npolecy Ha cepiie npyu X Ta iHIIMX 03HaK, SKi 3a BIZICYTHOCTI JIIKyBaHHS OyIyTh
nporpecyBat. ®3T y mamieHTiB, M0 3HAXOMATHCS Ha [iai3i, Ta y TMAI€EHTIB TICIs
TpaHCIUIaHTAalll{ TAKOXK MOKE€ 3HU3UTH YaCTOTY Kap/AiaJbHHUX 1 HEBPOJOTIYHHUX YCKJIaIHEHb, X04a
KJIIHIYHUX /I0Ka31B Ha NIATPUMKY L€l cTpaTerii B fanuii yac Hemae. Y JoaaTky F posrisgaerscs
nuTaHHs 1010 3actocyBanHs 3T mix yac abo micist reMoIianizy.

3.2.  /lonomixicna mepanisn

Hns edpextuBHOoro mikyBaHHs XXH, oOymoBrnenoi Hedpomatiero Pabpi, HeoOXiaHe
arpecuBHe JIKyBaHHS anbOyMmiHypii. [CHYIOTH 4iTKiI JA0OKa3u TOro, IO albOyMIiHYypisd (SAKYy 1HOAI1
BU3HAYAIOTH 5K MPOTETHYPil0) € (haKTOpPOM PH3HKY TIPOTpecyBaHHsA XBopobu2l?2 i pesynpraTu
JOCTIPKEHb CB14aTh, 1110 3aCTOCYBaHHA 0JIOKAaTOpiB peHiH-aHTr10TeH3uHOBO1 cuctemu (PAC) abo
1HT10ITOPIB aHTI0TeH3UHIIEpeTBOpIotoYoro pepmenty (AIID), ke 3HMXKYE piBeHb albOyMIHYPIi,
Moske 3MeHIIUTH ynoBuibHeHHs [IIK® na Tii npuitomy arancupasu 6era 1,0 Mr/kr xoxxHi 2
mkHI?S. OmHe KIiHIYHE JOCHTi/UKEHHS MOKa3aio, IO JOCSTHEHHS I[JIbOBOTO piBHS
CIIBBITHOIICHHS Oi7ok/KpeaTuHin ceui <0,5 T/r Ha TII aHTUOPOTEIHYPUYHOI Teparii Crpuse
KparmoMy 30epexkeHHI0 (GYHKIIi HUPOK y TPYMi MAIi€HTIB, AKi OTpUMyBamu arajcuaasy Oera,
[pyHTYIOUHCh Ha IMX JAHUX i HA Cy4yacHOMY DO3YMiHHI poui mporeinypii/ansOyminypii Ta
6nokaropiB PAC y 3aranpHiil nonynsuii nanientiB 3 XXH 6e3 X®, peKOMeHI0BaHO TUTPYBAaTH
no3u 6mokatopiB PAC o 3HMKEHHS CITIBBITHOMICHHS albOyMiH/KpeaTuHiH cevi 10 <300 mr/T (110
npuOIM3HO BiAMOBIAE CITIBBIAHOIICHHIO O1710K/KpeaTtuHiH cedi <0,5 1/r), K10 BUX1THUHA piBEHb
anpOyMinypii craHoBuB >300 Mr/r, i 1o <30 Mr/r, KO BUXiAHUN piBeHb OYB y Mexax 30-300
MI/T. JIJ1 3HMKEeHHS allbOyMiHYpii peKOMEH/I0BaHO 3MIHUTH PEKUM XapuyBaHHA 31 3SMEHIICHHAM
CIIO’KMBaHHS HATPIIO Ta PO3MOYATH TEPariio 13 3acTOCyBaHHAM iHri0iTOpa AIID abo Gnokaropa
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penentopiB anrioreHsuHy (BPA), SKmo BOHM 3aJ0OBUTBHO TMEPEHOCATHCS, HABITh Y
HOPMOTEH3MBHUX marjieHtiB?®. Jlng MiHiMi3amii pu3HKy apTepianpHOi  TilOTeH3ii y
HOPMOTEH3UBHHX MAIlIEHTIB Teparis i3 3acTocyBaHHsAM iHri0iTopa AII® a6o BPA mae Gytu
po3noyaTta 13 HalMEHIIOI MOXJIMBOI J03H, sKa Ma€ MNpUHMATHCS Ha HIY, 13 MOJAJIbIIUM
TUTPYBAHHSM 3AJIEKHO BiJ TEparieBTHYHOI BiIOBIII.

JIo1iIbHO MPOBOAUTH MOHITOPHUHT piBHIB 250H-BiTaminy D y narienTiB 3 Hedponartiero
npu XD i KopuryBatu OyAb-AKHHA BHUSBJICHUH aliMeHTapHHHA nedinut BiTaminy D y mexax
PYTHHHOTO BEJCHHS namienTis. Jedinut BiTaminy D yacto BiaMivarOTh y naieHTiB i3 XD, BiH
acoIiOBaHUH 13 HECTIPUATIMBUMHU CEPIIEBO-CYAMHHUMH HACIIIKAMH Ta TIPIIMMHU HACIIIKaMH 3
6oxy HEpOKZ>. HemocTaTHE 3HAXOMKEHHS HA COHIIi a00 HEJOCTATHE CTIOKMBAHHS 1ILOTO BiTAMiHy
3 DKe y 3B’a3Ky 3 cumnTomMamu X® MOXyTh OyTH OOTSX¥IJIMBHMH (akTopamu. ICHYIOTH
JOKJIIHIYHI JIaHl 1 pe3yabTaTh 00CepBalliiHUX KITHIYHUX JOCIIKEHb, SIKI CBIYaTh MPO 3B’ SI30K
MK edinuTom Bitaminy D, mpoTeiHypi€to 1 HECIPUATIMBUMHU CEPLEBO-CYIMHHIUMH HACIIKAMH
y 3aranpHii momynamiiz’. Bigomo, o B KyJTbTHBOBAHMX TIOOLNMTAX AKTHBATOPH PEENTOpiB
Bitaminy D 3menmmyBanu ¢i6pos, o6ymosnenuii rmo6otpiaosuncoinrosunom (lyso-GL-3)?’. [lani
HEBEJIMKOro 00cepBaIlifHOro JOCTiKeHHs y naimieHTiB 13 XD BKa3ylOTh Ha Te, 10 BKJIIOYEHHS
NapiKaIbIUTOy 10 JOMOMIXKHOI Tepamii 3HIKYe piBeHb anb0yMiHypiicS; e miaATBepIKyIOTh AaHi
JOCTIPKEHHS 32 YYacTIO MAIli€HTIB 13 J11a0eTUYHOIO He(bponaTieng. [Ipore mapikaabIIUTON HE
BKIIIOYEHO /IO CTaHJApTHUX 3aco0iB JIIKyBaHHS anbOyMiHypii 1 BIUIMB HOro TPHUBAJIOTO
3aCTOCYBaHHS Ha (DYHKIII0 HUPOK HeBiAoMUN. TOOTO poib IBOro mpenapary y KOpPHUTYyBaHHI
anpOymiHypii mpu X®@ 3anumaeThcs HESCHOI. TakoXX MOXKHA PO3TIISAIATH MOMKIHUBICTH
MpU3HAYEHHS TepaneBTUUHUX 03 BiTaminy D abo akTuBaTopiB peuenTopis BiTaminy D y Bunaaky
HOPYILCHHS MiHEpaJIbHOrO O0OMiHY y KicTKax, moB’s3anux 3 XXH (CKD-MBD).

JlouinpHO 3acTOCYBaHHA cHElU(IYHMX peKoMeHAamiil 3 BeneHHs mnamieHTiB 3 XXH
CTOCOBHO JIOCATHEHHS IIIbOBUX PIBHIB apTepialIbHOTO THCKY 1 Teparlii cTaTHHAMH (3 €3eTUMiO0oM
a6o 6e3 Hboro)>'8Y  gxmo He 3’ABNATHCA KOHKPETHI JOKA30Bi JaHi IO NPOTUIICKHE 3a
pe3yIbTaTaMy JIOCHiKeHb Y oMyl mamientis 3 X®. V 38’s3ky 3 mum KDIGO npononye
HACTYIIHI LIJIbOB1 PiBHI apTepiajJbHOTO TUCKY AJIS MAII€HTIB 3 XBOPOOOIO HUPOK 3 IPOTEIHYPI€IO,
AK1 HE OTPUMYIOTh Jiani3: «Mu IpornoHyeMO, 110 AOPOCIHX Malll€HTIB 0e3 IyKpoBoro aiadery 3
XXH 1 exckpeniero anbOyminy 3 cedero Ha piBHI 30—-300 mr/24 roaunu (abo €KBIBaJI€HTHOMY
[...]), unif cuCTONMIYHMI apTepiaibHUM THUCK MpPU BUMIPIOBaHHI JlIKapeM CTaOlIbHO CTaHOBHTH
>130 MM pt. cT. abo miactoniunuii >80 MM pT. CT., CIiJ JIKyBaTH 3a JOIMOMOTOIO 3aC00iB st
3HIDKEHHS apTepialbHOTO THCKY [UIS TIATPUMAaHHS apTepiajJbHOTO THUCKY, TPH SKOMY
CUCTOJITYHMM THCK cTab1IbHO <130 MM PT. CT. 1 AilacToniyHui Ha piBHI <80 MM pT. cT. (2D)» 1 «Mn
MIPOTIOHYEMO, IO TOPOCTUX MAIIEHTIB 03 mykpoBoro aiadety 3 XXH 1 ekckperrieto anp0yMiHy ¢
ceueto Ha piBHI >300 mr 3a 24 romunu (abo eKBiBaJeHTHOMY [...]), 4Hil CHCTONIYHUN
apTeplaJIbHUM TUCK NpPH BHUMIPIOBaHHI JIiIKapeM cTabuIbHO cTaHOBUTH >130 MM pT. cT. abo
niactoniyHui >80 MM PT. CT., CHTiJL JIIKYBaTH 3a JOIOMOTOI0 3aC001B U1 3HWXKEHHSI apTepialbHOTO
TUCKY JUISl TIATPUMaHHS apTepladbHOr0 TUCKY, IPU SIKOMY CUCTOJIIYHUI TUCK cTa011bHO <130 MM
pT. cT. 1 giactoniyHuid <80 MM pT. cT. (2C)». Xoua Hapa3i He MPOBOAMIMCS KIIIHIYHI JOCI1PKEHHS,
AK1 O crienialbHO OLIIHIOBAIM KOPHUCTh 3HM)KEHHS apTepialbHOro TUCKY npu XD, Takoxk HeMae
HISIKMX JTOKA30BUX JaHUX, SIKI O CBIIYMIIM, IO MOTEHIIIIHA KOPUCTh KOHTPOJIIO apTepialbHOTO
THUCKY y mamieHTiB 3 X® 1 y 3arajbHii MOMyJIAIil MOXKe BIAPI3HATHCS. TaKuM YMHOM, OCKITBKU
KOHTPOJIb apTepiajibHOTO THCKY Y 3arajbHid MOMYJSMii CYNPOBOIXKYETHCS IMOKPALICHHSIM
30epekeHHs (PYHKIIT HUPOK 1 3HMIKEHHSIM PU3UKY PO3BUTKY CEpLEBO-CYJUHHUX YCKJIaJHEHb, L€
MOX€ MaTH MOTEHLiNHY KOpHCTh A mnamieHTiB 3 X®d, OCKIIbKM OmNKMCcaHa KOPHUCTh TaKOTO
JKyBaHHS 11100 3MeHIIeHHs pu3uKy po3BUTKy ['JIIII 1 yacToTH iHCYNBTY.
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Jonarok b

3asyyeHHsI cepusi y NaTOJIOTIYHUI poLec y A0POCIHX NALIEHTIB 3 XBOP000I0
®Dalpi: nposiBH, TIArHOCTUKA i JIKyBaHHS

1. IIposiBu 3 G0OKY cepust

Cepiie 4acTo 3ay4aeThCs y MATOJOTIYHHMA mporec npu XD 3 MaToloTiYyHUMHU 3MiHAMU
CEpIECBUX TKAHWH, SKI MOXYTh OyTH iAeHTH(IKOBaHI, 1 KapaiaJIbHUMH CHUMIITOMAaMH, sKi €
TONMPEHUMH Y HallieHTiB 060X crateiil . TouHi maToreHeTHYHi MEXaHi3MH IIbOIO IIPOLECY
HEJOCTaTHhO 3po3yMisni. HakomuueHHs riobotpiaosmnmepaminy (GL-3) B kapaiomiornurax,
cneuuivai TpodiuHi (akTopu 1 MIKPOIMPKYISTOPHA IMIEMis BiJirparoTh CBOIO pOJIb B
VIIKO/KEHHI TKaHWH, TIPU3BOJISTYH JI0 3alaJIeHHs, KOHIIEHTPUYHO] rinepTpodii J1iBOro NUTYHOUKA
(T'JI) i, 3pemrToro, o 3amicHoro dibposy cepusa’l. [JII 3a3Buyaii PO3BUBAETHCS HA TPETHOMY
JECATHIITTI KUTTA ab0 Mi3HiIe i, K IpaBmiIo, Mae (GOpMy KOHIEHTpHUUHOI Timeprpodiill.
Haii6inpiu panHi KIIiHIYHI POSABU 3 OOKY ceplis BKIIIOYAIOTh 3MiHM iHTepBany PR, Opagukapito
y CTaHi CIIOKOIO Ta HE3HAuHI MOPYILIEHHS A1acTONIYHOTO HANOBHEHHA. Y 0araTbOX MAlli€HTIB
PO3BUBAIOTHCSI CHMIITOMH CEPIIEBOI HEIOCTATHOCTI (3a[IMIIKa), OUIBINICTh 13 HUX BiIOBIIAIOTH
JIarHOCTHYHUM KPHUTEPIsIM CepleBOi HEAOCTATHOCTI 31 30EPEKECHHSIM HOPMaJIbHOI (pakiii
BUKH]Y, BKJIIOYAIOYM HAsBHICTh WiJBHINCHUX pIBHIB OiOMapKkepiB, TakuX SK MO3KOBHM
Hatpiypetnunuii nentun (BNP), N-tepminanbamii ¢parmentr BNP (NT-proBNP) a6o
BucokodyTuBrii TporoHin (hs-TNT)!2. V nesxkux mamientiB cnocTepiraroTh 3HUKEHY 37aTHICTh
n0 (I3UYHMX HABAHTAXXEHb BHACHIJIOK XPOHOTPOIMHOI HekommneTeHTHOCTi. [Ipu X® wacto
BiIMIUalOTh HasBHICTH cTeHOKapxii (y 13 i3 46 nociijuKyBaHMX TMAIi€HTIB), MPH IHOMY
enekTpokapiaiorpaMa 3 (i3MUHMM HABaHTaXXEHHAM TMOKasye O3HAKM imtemii Miokapma®®,
HiIKPECITIOI0YN TATOJIOTII0 APIOHMX CyauH. 3BYXXEHHS BUXITHOTO TPAKTy JIBOTO IIIYHOYKA
(BTJILL) cnocrepiraetbes nmpu X@ newacto!, xoua y meBHill miarpymi mnamieHTiB Moxe
pO3BHBATHCS 3HAUyIma OOCTPYKIiSl y CTaHi CIOKOI0 a60 mpH (i3MYHOMY HABAHTAXKEHHi *,
301IbIIEHHS PO3MIpIB JIIBOTO HUTYHOUKA 1 3HKEHHS (hpakilii BUKUIY MOXKYTh BUHHUKATH Ha Mi3HIX
CTafisiX XBOpOOWU, IO CYMNPOBODKYETHCS KIIHIYHUMH O3HaKaMH 3acTiHHOI  cepleBoi
HeoCTaTHOCTI™. YV manieHTiB 3 XD MoxkyTh (hOpMyBaTHCS KIATaHHI Baau Ceplis, cepell SKHX
HalfuacTilie BiIMidaeThcs HE3HAYHA HEJOCTATHICTH MITPalbHOTO KiamaHy°. PerpocrekTHBHe
JOCIJKeHHsT 478 BUIAAKIB 3 MPOBEACHHSAM MarHiTHO-PE30HAHCHOI ToMorpadii mokasao, 1o
nanieHTH 3 X® Manu HempomnopuiiHO BHUpPaXeHY TinepTpodiio ManuIipHUX M'S31B JIIBOTO
[ITYHOYKA MOPIBHSAHO 31 3A0POBUMH 0cOo0aMM 3 KOHTPOJIbHOI rpynH 1 nauientamu 3 ['JII Ge3
X®Y. Ypaskenns cepris Ha mi3HiX cTafisx i Gi6po3 MOKyTh IPH3BECTH 0 PO3BUTKY HeGE3EUHNX
JUTS JKMTTS CEPIIEBUX apUTMil, BKJIIOUAIOUH 3710SKiCHY IITyHOUKOBY TaXiaputmito'® i dibpusiito
nepencepar 0. 3HauHOIO MPO6GIEMOO JUIS MAIIEHTIB MOJKE CTATH XPOHIYHA BTOMIIFOBAHICTh. Y
MAI[IEHTIB KIHOYOI cTaTi il HASIBHICTh KOPETIOE 3 MaJiHHAM A1aCTOIIYHOTO TUCKY MPU BUKOHAHHI
cTpec-TecTy Ha 6irosiit 1opixmi®. B mpoMy BUManKy He0OXiHO BUKIIOUHTH J0ATKOBI MOYKITHBI
NPUYMHY, SIK1 MIIAI0ThCs JIIKYBaHHIO (HAaPUKJIIa/, TIOTHPEO3, aHEMIS).

2. Oninka

PexoMeHn10BaH1 METOIU OIIHKY 1 TEPMIHU MOHITOPUHTY MarieHTiB 3 XD mokazaHo y Tad.1.
13.

UYepes nyke BUCOKUMN PU3UK PO3BUTKY MOTEHLINHO HEOE3NEeYHUX apUTMil, MOpYyIIEHb
MPOBITHOCTI 1 GiOpMIIsAIii epencepap namieHT 3 XD moBUHHI OyTH 00CTEXEHI TPH BCTAHOBIICHI
JIarHo3y 3 MOJAJbIIUM MPOBEACHHSIM MOHITOPUHTY 3a XoaTepoM (mpotaroM 48 rofuH), exo- i
enekTpokapaiorpadii. IIpuctpoi, ski JAO3BOJSIOTH MPOBOJUTH MOHITOPUHT TPOTSATOM OiTBII
TpuBaIUX nepioniB 4yacy (30-IeHHI MOHITOpPH, IMIUIAHTOBAHI METJIbOBI PEECTPATOPU), MOXKYTh
3HAYHO 30UTBIIUTH HUMOBIPHICTH BUSBIEHHS apuTMii. Y mauieHTiB 3 QRS >110 mc ciif BUKTIOUaTH
HaABHICTH OpaguapuTMiii’,

Exoxappaiorpadis nomomarae 3agokymentyBaTu xapakrep [JIII (3 a6o 6e3 BTJIL) i
CTYIIHb AilacToniyHoi aucyHkmii. Ha mi3Hix ctaaisx xBopoou Pabdpi exokapuiorpadis Moxe
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BUSIBUTH TOPYLICHHS CKOPOYYBAHHOCTI CTIHOK (THMIIOBI 3aJHBOJIATepalibHI pYyOIEBi 3MiHM),
nepexij 10 TepMiHaIBHOI CTaail KapaioMionaTii 3 JUJIATaIli€l0 JIIBOTO MUTYHOYKA a00 3HAYYIIOI0
HEJOCTATHICTIO KJIamaHiB (OCOOIHMBO Y MAIIEHTIB 3 IIIIEMIYHOI0 XBOPOOOIO CEpIIs 1 ACHHXPOHIETO,
BHUKJIMKAHOIO MOPYIICHHSAMHU MPOBITHOCTI MO MPaBOMY IUIYHOUKY). [HOMI ypa)KeHHs KiamaHiB
MOXYTh OyTH KIIIHIYHO 3HAYYIIMMH; CIIOCTEpIrald BUMAAKHU, KOJIU BHPAKEHUH MpoJarc
MITpaJIBHOTO KJIallaHa oTpe0yBaB OMEePaTHBHOTO BTPYYaHHSI.

MarnitHo-pe3oHancHa tomorpadis (MPT) cepuss 3 KOHTpacTyBaHHSM TaJOJIiHIEM €
KOPUCHUM JJISI BU3HAYCHHS SIK CTYMEHS TinmepTpodii MUTyHOUKIB, TaK 1 HASBHOCTI IPOTPECYIOUOTO
pyOItoBanHs 1 GiOpo3y CTIHKM HUTyHOYKa. 3a MOxuBicTio MPT moBuHHA OyTH BKIIIOUEHA Y
PYTHHHHUH KJIIHIYHUHA MOHITOPHHT JOpPOCIHMX TalieHTiB 3 X®P, 0co0nMMBO 3 Kap/iadbHUMH
3minamu. ["afosinieBe KoHTpacTyBaHHs y mi3Hii ¢a3i (LGE) Mose criocrepiraTucs y nmamieHTiB 3i
3HAYHHUM 3aMiCHUM (G10pO30M cepils, SKUi 3a3BUYall CIIOYATKy ypaskae CEpeIHii map Miokap/a
3aJHBOJIATEPATILHOI CTIHKH JIIBOTO IUTYHOYKA, TIOTIM MOIIUPIOETHCS 10 TPAHCMYPAIBHOTO 1 O1IbII
nommperoro Gpioposy 8. V yonosikis i3 X® LGE, sk npasuio, 36iraeTbes 3 pozsutkom TJIIII,
ane y xiHok LGE mosxe BusBisTHCS 3a BiacyTHocTi Bupaxkenoi ['JIII?'. B uemanexomy
MalOyTHROMY HOBITHI METOJUKH, SIKI BUKOPUCTOBYIOTh T1-KapTyBaHHs mpu mnpoBeneHHi MPT
JI03BOJISITh BUKOHYBAaTH HEIHBa3MBHY KUTbKICHY OI[IHKY HAKOTIMYESHHS JIITIAIB Ta IHTEPCTHIIHHOTO
¢b16po3y.

Hes3Baxkaroun Ha HasBHICTH HakonmuueHHS GL-3 B eHAOTeNmianbHUX KIITHHAX CYIHH,
JIOKa30Bl JlaHi, K1 MIATBEP/UKYIOTH MiABHINEHHS PU3MKY imieMiyHoi XBopoOu cepus (ta ii
YCKJIaJIHEHB) cepea maiieHTiB 3 XD TMOpiBHSHO 3 3arajibHOIO TOMYJIAIIEI0, Hapa3i 0OMEKeHI.
30KkpeMa He crocTepiranocs 301UIbIIEHHS YaCTOTH aTepPOCKIIepPO3y. 3 Oriisiay Ha lie namieHTu 3 XD
noTpeOylOTh PETENBPHOTO CIIOCTEPEKEHHS Ha MPEIMET PO3BUTKY YCKJIAaJHEHb, TOB’S3aHUX 13
1IIIeMIYHOI0 XBOPOOOIO CepIls, BIAMOBITHO IO PYTUHHOTO KIIIHIYHOTO BeJIeHHS 11X cTaHiB. [Ipote
0eTa-0J10KaTOPH 1 aHTArOHICTH KaJIBIIIIO, SIKi CIIPUSAIOTH 3HIDKEHHIO YaCTOTH CEPLIEBUX CKOPOUYCHb,
CJIiJ1 3aCTOCOBYBATH 3 O0EPEIKHICTIO.

3. JlikyBaHHS

3.1. @epmenmosamicna mepanin

Jloka3u BKa3zylOThb Ha Te, L0 paHHE JIIKyBaHHs 13 3actocyBaHHAM P3T 10 po3BUTKY
3Hauymoro ¢Giopo3y Miokapja MOXKE MOKpANTUTH €(EeKTUBHICTh JIKYBaHHS 1 3MEHIIUTH Y
BiIanenuii TepMiH porpecyBaHHs rinepTpodii cepus y qopociux namientis i3 X® 32225, Byno
BUSBJICHO, 1110 Y YOJIOBIKIB, SIKI HE OTPUMYBAJIM JIIKYBaHHS, PU3HUK IIBUJKOTO 301IBIIEHHS Macu
niBOro mITyHOUKa 3pocTaB B 3,4 pasu°. IIpoTe HemomaBHO OTpMMAHi JaHi CBig4aTh, IO
IPOTPECYBaHHS iCHYI0UOTO 3aMicHOTo (ibpo3y He Moxke Oytn 3ymuureHe ®3T8 i kpami kniniuni
HACJIIIKM TIPUTaMaHHi marmienTam 3 moyatkom ®3T 10 po3BHTKY 3Hauymoro ¢i6posy?#?. v
JIOpOCIUX MAIli€HTIB 3 Mi3HBOIO cTafiero XD, ne3Baxaroun Ha 3T, npo10BXKYIOTh pO3BUBATUCS
KITiHIYHO 3HAYYIi HeGakaHi ABMIA, y TOMY YHCIIi PanToBa CeplieBa cMepTh 2.

3.2.  /lonomixicna mepanisn

JlonoMixHa Teparis € KpUTHYHUM KOMIIOHEHTOM Y JIIKYBaHH1 JJOPOCIUX NalieHTiB 3 XD
13 3aTy4EHHSIM CePIIs y TATOJIOTTYHH Tipotiec. [[71s maiieHTiB 13 37T0SKICHUMH apUTMISIMH (TaKUMU
K CTillka [UIYHOYKOBAa Taxikap[is) CJIiA po3MisagaTd  IMIUIAHTaLlll0  KapJioBepTepa-
nedidpunstopa. Ilamientam 3 kapaiomiomatiero 1pu  X®  YacTo  IMIUIAHTYIOTH
kapaiocTumynaTopuZ>?’. TIoBiZOMIANOCS NMPO BUMAAKK TPAHCIUIAHTAIIl cepls MallieHTaM 3
TepMiHANGHUMU CTaliMH KapAialbHuUX yckmagueHs mpu X®2. YV mamientis 3 Bummmu
CTYNEHSIMU aTPIOBEHTPUKYISAPHOI Os1okaau 1 Opaaukap/aii abo XpOHOTPOITHOT HEKOMIIETEHTHOCTI,
AK TPaBUIIO, 3aCTOCOBYIOTh MOCTilHYy KapmaiocTuMynanito?’. Ha chOromHimmHiii aeHb excrepT
BBAXAIOTh, M0 TNAallieHTH 3 (iOpuismiero mepeacepab MalTh OTPUMYBATH PaHHIO
AQHTUKOATYJIAIIHY Teparnito; mpore motouHi cucremu ominok (CHADS2, CHA>DS>VASC)
HEJIOOLIHIOIOTh PU3MK CHUCTEMHOi eMOoui3alii y MOJIOAMX MALi€HTIB YOJOBIYOi CTaTi. Y BCIX
namieHTiB 3 ¢idopunsieto nepeacepabr npu XD HezaneKHO BiJ IXHBOTO BIKY 1 cTaTi HEOOX1IHO
PO3MOYMHATH MOKUTTEBY aHTUKOATYJISIHTHY Teparito. PinkicHi Bunaaku 3ByxeHHs BTJIIL, mo
MPU3BOAUTH J0 3HAYHHUX T'PAJIEHTIB TUCKY, MOXKHA JIIKYBaTH KOHCEPBATUBHO 13 3aCTOCYBaHHSIM
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Bepanaminy abo 3a JOTOMOI0l0 iHTEPBEHLIHHUX BTpy4YaHb, TAKUX SIK CENTallbHA MIEKTOMis a0
CIIUPTOBA a0JISAIIisA. Y BUNIAAKY IPU3HAUEHHS O€Ta-010KaTOPIB CITi/I PETeTbHO KOHTPOJIIOBATH CTaH
yepe3 PU3MK MOTIMOJICHHS Opamukapiaii Ta XpOHOTPOIHOI HEKOMIIETEHTHOCTi. Y THUIOBHX
JIOPOCIMX TMAIIE€HTIB CIIiJT PO3TISHYTH 3acTocyBaHHs iHTIOITOpa AII® ab6o BPA. V mamienris i3
X0, sxi orpumytors @3T, ciig yHUKATH 3aCTOCYBAaHHS aMiofapoOHy 4epe3 HOro MOTEHIIHHUMA
inribyrounii BB Ha akTuBHiCTH 0-GAL?®3. 3ammmaroTbcs akTyaabHUMH OiNBII JETANbHI
eKCIepTHI pEeKOMEHJaIlii CTOCOBHO PI3HUX TEPANEeBTUYHHUX PIllIeHb, SIKI CTOCYIOTHCA IHOTO
po3aiy.
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Honaroxk B

3anyvyenHst nepudepuyHOi HEPBOBOI CHCTEMHU Y NATOJIOTTYHMI MPoLeC y TOPOCIAUX
Nali€HTIB 3 XBOP0o0010 Padpi: NposiBU, JiIarHOCTUKA i JTIKyBaAHHS

1. IIposiBu 3 60Ky nepudepuIHOi HEPBOBOI CUCTEMH

HeBposoriuai cuMnToMu mpeacTaBieHi HeMpOnaTUIHUM O0JIeM BHACIHIOK YIIKOKESHHS
JPiOHUX HEPBOBUX BOJIOKOH Iepru(epuIHOi HEpBOBOT CUCTEMH ™ i € OJHUMH i3 HAHOIIBIN paHHIX
1 HalimommpeHimux KiIHiYHUX 1posiBiB X®. [lounHatoun 3 paHHBOTO JUTHUHCTBA y MAlli€HTIB
BUHHMKAIOTh €IM30/M IEeKy4oro OO0 1 TOKOJIOBaHHs (€Mi30AM4YHI Ju3ecTe3ii), 0coOJIMBO
BUpaKeHi B CTONAX, HOTAaX i KMCTAX PYK, 3 MPOKCHMAIbHOI ippamiamiero®. Cepes marlieHTiB,
BKitoueHux 10 Peectpy X® (Fabry Registry), 63% uonoBikiB/xsonuukiB ta 43% kiHOK/miBYaT
MaroTh NepupeprudHi HEBPOJIOTTUHI CHUMITOMH a00 011k, Cepe/IHii BiK MOSIBH IKUX cTaHOBUTH 10,4
POKIB y IMaIi€HTIB 40J10B14Yoi cTaTi 1 14,2 pokiB - sxino4oi®. [TomiOHi 1aHi MOBiIOMIISIIHCS 1 [IOJI0
MaIieHTiB, BKIOYCHUX B OnuUTyBaHHAM MIoA0 KiiHiuHUX HachiakiB X@ (Fabry Outcome
Survey 56 B iHIIOMY nociipkeHH1 y aitedt 3 X® cepenHiil Bik MOSBU HEHPOIATUYHOTO OO0
CTAaHOBUB 7 POKIB /I XJIONUKKIB i 9 poKiB 1 AiByat’. MOXKyTh BUHMKATH BaKKi OOIHOBI KPH3H
(xpuszu Pabpi), g TKUX XapaKTepHI HAA3BUYAHO CHIIbHI HAMaau HECTEPIHOTO, PhKydoro ado
"aroHizyrouoro" OOJIO0 TPUBATICTIO BiJ] KIJTbKOX XBWJIWH A0 KUIBKOX THJKHIB, IO 3a3BHYail
CYIPOBOJIKYIOTHCSI CTOMITIFOBAHICTIO 1 HE3HAYHUM MiIBHICHHSIM Temreparypu Tina. i Hanmamu
4acTo MPOBOKYE (i3WYHA aKTUBHICTh, HABAHTA)XCHHS, NepeOyBaHHA Ha XOJoXi abo y cmeri,
MiJBUIICHHS TEMIIEpaTypu Tiia abo cTpec.

[Hmi mommpeHi paHHI HEBPOJOTIYHI CHMIITOMH TaKOXX NOTEHIIIMHO TMOB’sA3aHi 3
MOILIKOJKCHHSIM JIPiOHMX HEPBOBUX BOJIOKOH BEreTaTHBHOI HEPBOBOI CHUCTEMH 1 BKIFOYAIOTh
MOPYIIEHHSI TOTOYTBOPEHHS (TIMOTIAPO3, SKUH TaKOX MOXKE CIPUYHHSITHCS HAKOMHYCHHSIM
rno6otpiaozuniepaminy (GL-3) B mOTOBHX 3ali03ax), HE3aJ0BUIBHY TEPMOPETYISII0 1
TIOPYIIEHHS TIEPEHOCUMOCTi (hi3MIHNX HABAHTAXKEHE. Y TamnienTis 3 X yacTinte Hik y 3araibHiit
TIONYINALii BUABIMIOTH (peHoMeH PeifHo®, y HMX TakoX BHCOKA YacTOTa CHHAPOMY 3aI'siCTHOTO
kanany'®. BereratuBHa mucdymkiis, copuumHeHa X®, Moxke 0OyMOBIIOBATH ILTyHKOBO-
KHIIKOBI CHMOITOMH (HampuKIaa, Oiib, 3MyTTs KUBOTA, A1apero).

2. Oninka

HeoOxigHe koMIUIEKCHE HEBPOJIOTIUHE 0OCTexeHHs, ocobnuBo nepen noyarkom O3T 1
JIOTIOMIPKHOI Tepamii, Il OL[IHKM CTYINEHIO 1 TSHKKOCTI 3aXBOPIOBAHHS Y JIOPOCIHMX TMAllI€HTIB.
TpuBamicTh, 4acTOTa, TAKKICTH OOJIO OIIHIOIOTH 32 KOPOTKMM ONMUTYBaJbHUKOM 1010 OO0
(Brief Pain Inventory) a6o OnutysansaukoM Mak-T'inna mosmo 6omo (McGill Pain Inventory)*.
Hemomasuo Oyiio po3pobiieHo 1 BasmigoBaHo BropiOyp3pkuii onuTyBadbHUK 11010 00510 ipu XD
(Wiirzburg Fabry Pain Questionnaire) as MOHITOpUHTY 600 Y IopociuX mamieHTis?. JocTymHi
eeKTpod1310J0TiYHI 1 KIIHIYHI METOJIM OLIHKH, aje JesiKi HeHMpoQi3ionoriuHi OOCTEKEHHS
MOXYTh MaTH OOMEXEeHY [IarHOCTUYHY IiHHICTb. HalikopucHimmMM 111 BUSBIEHHS abo
HIATBEPKEHHSI KJIIHIYHOTO J1arHo3y X® y Mali€eHTiB, y sIKUX 1€ He 0yJI0 BCTAHOBJIEHO A1arHos,
€ BU3HAYEHHS IEPEHOCHMOCTI XOJOJy 1 CIEeKH, BU3HAYEHHs MOpory 0osiboBoi 1 BiOpariitHol
YYTJIUBOCTI, HAIPUKJIA] KIJIbKICHE CEHCOpPHE TECTYBaHHS, a TaKOX PI3HI KIIHIYHI JOCIIIKEHHS
¢yHKuiit BereTaTHBHOI HepBOBOI cucTeMu™. Ockinbku X® acoLiloeThes 3 HeliponaTielo ApiOHIX
BOJIOKOH, pe3yJIbTaTH OLIIHOK HEPBOBOI IPOBITHOCTI 3a3BWYail HOpMaibHI. biomcis mikipu, sk
IPaBUJIO, IOKA3ye 3HMKEHHS HIUTBHOCTI BHYTPIIIHbOEMIAepMaTbHIX HEpBOBUX BOJIOKOH (IEFD)
14 ame IEFD cmabko Kopemoe 3 GONBOBHMH CHMITOMAMH Cepes TAIi€HTIB 3 HeipomaTiero
Api6HUX BonOKOH™,

VY nopocnux mnauieHTiB 3 X® BaxJIMBO PEryjsipHO MPOBOJUTH MOHITOPHHT, 100
NEPEeKOHATUCh, 10 OlIb KOHTPOJIOEThCA. ['padik MpoBeNeHHS OIIHOK IHAMBIIyalbHUH, ane
HEOOX1IHO HIOPIYHO IMPOBOAUTH MOBHY OLIHKY 00it0. BannuBo 3a3HauuTH, 110 CTYMIHb OO0

MO’KE 3MEHIIUTUCS 3 BiKOM a60 TIOBHICTIO 3HUKHYTH Tiicns 20 a6o 30 pokis?®.
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3. JlikyBanust

3.1. ®@epmenmosamicna mepanin

Ha nymky ekcrepTiB, y JOpPOCITHX TMAIi€HTIB OyIb-SKOI CTaTi, SKi MalOTh MPOSBH
XpOHIYHOTO 6010 ab0 0O0NBOBI KpH3H, ciif po3riaath MoxiuBicTe 3T Bigpasy sk micis
migTBepKeHHsT aiarHo3y X®P (auB. TaGJua. 8), OCKUIBKM Teparlis MOXE 3MEHIIMTH OOJIbOBI
cummromu®’. TlanieHTam xkiHo4oi cTaTi, y SKUX HassBHUHW TUIBKHU JICTKHH Oi1b Ta BiACYTHI OYy/b-
aki iHmi cumnTomMu X®, He morpiben HeraiHuii mouyatok P3T; omgHak BOHU MiAIATAIOTH
peTenbHOMY crioctepeskeHHIo Ta iHimiamii ®3T npu mocuneHHi 0omro abo BiICYTHOCTI HOTO
peakiii Ha 3BHYAiHI aHAJIBIETHKH, a TAKOX IOSBI 1HIIKMX O3HaK mporpecyBaHHs X®. IIpore
Ba)JIMBO 3a3HAYUTH, 110 3acTocyBaHHA O3T ciiiJi po3rIsIHYTH 0COOIMBO CEPHO3HO, SIKIIO JIETKUN
HelporniatnuHuii 61116 1 6€300TiCHa CEHCOPHA HEIOCTATHICTD, TaKa SIK MOPYIIEHHS MEPEHOCUMOCTI
x0JIoy ab0 CIIeKH, HasBHI BXK€ Ha PaHHIX CTaisIX XBOPOOH, a TAKOXK SKIIO CIMCHHUN aHamMHE3 1
TeHEeTUYHA MYTallis JJO3BOJISIOTH IPOrHO3YBATH PO3BUTOK KJIACHYHOTO (peHoTHIry XD.

3.2.  Jlonomixcna mepanisn

CumnTomMaTHyHa Tepamis BiJirpae 3HAuYHy pOJIb Yy KIIHIYHOMY BEIEHHI TOPOCIHX
namieHtiB 3 X® Ta HEWpPONMATUYHHM 6omemt’. HeolOximgHO IHAMBIAyani3yBaTH CTpaTeTilo
JiKyBaHHs 0OJTIO 3aJIE)KHO BiJl KOHKPETHOTO MAIli€HTA 1 1Oro aHaMHe3y, TOTPHUMYIOUHCH MiCIIEBUX
HACTAHOB 111010 GapMakoTeparii 000, BKIIOYAOUX MOPAIX 100 CIIOCO0Y KHUTTA/aKTUBHOCTI,
SIK1 JJO3BOJISIIOTH TMAIlIEHTY KOHTPOJIIOBATH ce0e Il YHUKHEHHS OOJhOBHUX TPUTEPIB (HAPUKIIAI,
neperpiBaHHs MiJ Yac HaBaHTa)XEeHb, MepeOyBaHHS HA CUJIBHOMY XOIIOJi/CIelli), HEraiHoro
JiKyBaHHS 1H()EKIIHHNX 3aXBOPIOBAHb/IIIBUIIEHOI TEMIIEPAaTypH Tija 1 MATPUMAHHS HAJIEKHOI
rigpatanii opranismy. [IpoTucynomHi mnpenapatu, Taki sk KapOamasemiH, raOaneHTHH 1
nperabaid, 9acTO BUKOPHCTOBYIOTh SIK 3aCOOM Mepruoi miHii mis koHTpomo Gomo mpu XD,
barato mami€HTIB TakoX MOBIJOMIISIOTH MPO 3aCTOCYBAHHS HECTEPOINHUX MPOTU3ANATBHHUX
npenapatis (HII3II) i HeomioinHMX aHANBTETUKIB IS CaMONiKyBaHHS 0008 oHAK BaXIMBO
MEePEKOHATHUCS, IO MAaII€EHTH 3HAIOThH PO PU3UK IITYHKOBO-KUIIKOBUX KPOBOTEY 1 YIIKOMKEHHS
HUPOK mpu HaamipHoMy 3actocyBanHi HII3II. Inoxi mamieHTH MOBIIOMIISIOTH MPO BXKHBAHHS
MapHUXyaHH Ta IHIIUX BYJIMYHUX HAPKOTUKIB AJIsl cAaMOCTiiiHOTO JiKyBaHHs Oomto. KpiM Toro, ans
MOJIETIIIEHHSI TOCTPOTO OOJIIO Mij Yyac O0MBOBUX KPU3 MOXKYTh 3 O0EPEXKHICTIO 3aCTOCOBYBATHUCS

omioimu®’.

The management and treatment of children with Fabry disease: A United States-based
perspective (Hopkin RJ, Jefferies JL, Laney DA, Lawson VH, Mauer M, Taylor MR, Wilcox WR,
on behalf of the Fabry Pediatric Expert Panel. Mol. Genet. Metab. 2015;117:104-13. DOI:
10.1016/j.ymgme.2015.10.007)

V niteit 3 X® cuMntToMaTHuHa Teparis HEBpONaTUYHOIo O0JII0 Ma€ CBil BIKOBUH CIIEKTP,
BUOIp JIIKAPCHKUX 3aCO0IB CIIMPAETHCS HA PEKOMEHaIlii, mpeicTaBieHi B Tada. 15, puc. 8-9.

Ta0auns 15
JlikapchKi 3ac00H, SIKi BAKOPUCTOBYIOTh IPH HEBPOIIATHUHOMY 00JII0 Y naiieHTiB 3 XD
JlozyBaHHs
MaKCHUMaJIbHe
Hazpa Bik abo Bara . (pu
MIOYaTKOBE 301IbIICHHS -
HOpMaJIbHIH
G YHKIIIT HUPOK)
1 2 3 4 5
Kap6aMa36n11_{ >12 pokis 200 mr/nx 2-4 | 1 200 mr/n 1200 Mt/
(Carbamazepine) p/n HIOTHOKHS
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[Iponosxenns Tada.15

1 2 3 4 5
6-12 poxis 200 mr/g x 2-4 | 1 100 mr/n 1000 Mr/a
p/a IOTHKHS
<6 pokiB 10-20 mr/kr/n 15 M.F/Kr TOTHACHA 35 Mr/kr/n
(Ha piBEeHB)
JIOKCETUH . 60 mr/n - momHs
%[guloxetine) > poxis 30 mr/n ITIiCJISI 1 ToKHS 60-120 wr/n
I'abanenTun 100 mr
(Gabapentin) > 12 pokiB nepes; CHOM — ! 100._300 Mr 4800 mr/n
KoxH1 1-7 qHIB
100mr 3 p/n
10-15 mr/kr/n
. . 5 MI/Kr/1 KOKHHX 3
3-11 pokiB PO3liIeHO Ha 3 - 50 Mmr/kr/n
IPUHOMHU
gprzgz?)z?ilr?) Jopoci 50wmr 3 p/n ;?15 ;I;(;héiiiiumMH 200 mr 3 p/n
iTH HE 3aTBEPPKEHO
TpumukaiaHi Jopocii 10 Mr mepen 1 10 mr koxxkHuX 4-7 | 150 Mr moHs
AHTHJICTIPECAHTH CHOM JIHIB
(amiTpinTHIIH, Hitu: 0,1 mr/xr/n 1 0,5-2mr/kr/n 2-3 mr/kr/n
imMinpamiH, AMITPINTHITIH KOJKHI 2-3 THXHI
HOPTPINTHIIIH) Iminpamin 0,2-0,4 mr/kr/n | 1 Ha 50% xoxkHMX | 2,5 Mr/Kr/
3 nHi
Hoprpintunin | 0,05-1 mr/kr/n | 1 koxHUX 3 a1i 10 | 3 Mr/kr/n
HacTaHHS eeKTy
Bennadakcun >17 pokiB 37,5 mr/n 1 75 MT IOTHXKHS 225 Mr/n
(venlafaxine) <40 xr 25 Mr/n 1 25 MI/THXICHD 75 mr/n
[lepma sinis >4(0 kr 12,5 mr/n 1 12,5 mr/Trokaens | 50 Mr/n

Puc. 8 Anroput™m BubOpy JiKapchbKoro 3aco0y Mmpu HEBponaTHUHOMY 00

Ilouarox Tepami: Bubip DoYaTEY TEpaMii;
& ooTaHHi TiFapceki sacobw (Tosa, edeKTHEEICTE, TobiwH qii)
* ROSTIAHYTH MOENHE] TobiuHi ederTs
® NoTEHUIHAHA BE2aeMoid 3 CYIYVTHIME JIKap CEEHMH 2acobanu
® CYIYTHI SaXEOPIOEAHHA (CEpUEE], HHPKOBL)

y

ONOTHMaNEHe NozyEaHHA (Due. Tabm 15)
® 1o3MOoYaTH 3 HH3BKSI JosH
® [[oBUEHE sBUTBIIEHHA N0SH 00 MaKCHMANEHOI, TOKCHYHOTO abo nobrHei mii

® NpOOOEEKKETH TEPANES 3-8 THEHIE (SaleEHO Bl JIEapChKors 2aceby) 0o JocarHeHEA

ed ExTy

¥

nepesmiEKa Bolio Ta AKOCTL EHTTA:

¥

|Bonee o < 410 abo obmexeno
OITHMATEHOK §o50K LoLaTH
mKapcekui sacih 3 iHmei rpyne

|Bomo go = 3/10 Ta TepnHM
nobmeEl g1 DpogoBEeHHEA Tepami

HEMAE ToJErUeEHA abo HecTEpIHI mobigHl h1i
SaMIHHTH Ha albTepHATHEHHE MKapchkEHE 3acih
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Puc. 9 Jlikapcbki 3aco0wu, siKi 3aCTOCOBYIOTh IPY HEBPOIIATHYHOMY 00111 y marienTiB 3 XD

- IniniroEatd 23T BN OBIOHO OO MPOTOKITY Henefiponarumui
- BH3HAWATH pH3MIM Ta ODCYIOMTH CTpATEriko O & = G BiOUOBIDHA
MO AKIIEHHA CHMIITOMATHIHA
- BH3HAWATH IHCTPYREH TH EUMIPFOEHHA IIp TP eCYEaHHA DOIEo Tepanii
Ta BECTEH OBMTH LI Teparii
- Oxap aTepH3vEaTH DIk (TocTpui, xpoHIYHAHA, enizomIyHHE)
- [HIFOBATH TEPAIIEETHYH € JICYEAHHA Hefip onamuHoro Homo
y y
XpcHIYHHMHA Heflpon aTHUHKHA O1NMb: MoHOTEpar 19 IleplomHuHHA Hefip oIaTHYHHE DNk
® GHTHEMUTENTHYHI Ip eNapaTH A MOH OTepanid
TeHepani3cEaH oro, XpoHIgHOTo bormto ® [Ip OTH3ANANEHL K Ap OSHHAK VO 91
- mirasgu Ca’ -KaHana (rabam eHTHH, TIpeMapaTH (Al eTaniH odet,
nperabariy) MET A0
- Kapbamasern iy ® HecTepoigHl IpoTHIATANEH]
® GHTHOENPeCaHTH AN [eHePall30BaH0rD IpenapaTH (HallpOKCeH,
Hp OHITH 0T DOIEo! AT eTHICATIIH OB KH CTI0Ta,
- TPHLMKIIYHIL 8HT [elpecal TH 1bymipoden)
- IVIOKCETHH, BEH Nad aKciH ® MoK A{HOB] ITTACTHR1
® NicITeB] I eapaTH ANd NOKANi30BaHoTo ® KancailiMHoE] INacTHpl abo
BorEo: OIIOLUR (TPaMATICN, GECHKOMIOH,
- mipoalHCEl MIacTHpI MeTanoH, MopdiH) ot
- KancailiMHoBa MA3E TIpHIIHHERH A DO

Fabry disease revisited: management and treatment recommendations for adult patients (Ortiz
A, Germainb DP, Desnickc RJ, Politeid J, Mauere M, Burlinaf A, Engg C, et al. Mol. Genet. Metab.
2018;123:416-27. DOI: 10.1016/j.ymgme.2018.02.014)
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Honatok I'

3ajyyeHHs HEHTPAJIbHOI HEPBOBOI CHCTEMH y MATOJIOTIYHUH MPOLEC Y I0POCIUX
Nali€HTIB 3 XBOP0o0010 Padpi: NposiBU, JiIarHOCTUKA i JTIKyBaAHHS

1. IIposiBu 3 60Ky HEHTPAJIBLHOI HEPBOBOI CUCTEMU

1.1. Heutponcuxonoziuna ouchynkuyis

B X® Ha po3BUTOK HEHPONCHXOJOTiYHOI AMCHYHKIII y OOpPOCIMX MAI[iEHTIB
3aJIUIIAETHCS CYNEPEUIMBUM, OCKUIBKH OyJI0 MPOBEACHO MalO PEIeBaHTHUX 1 MEPEKOHJIUBHUX
KIiHIYHUX H0CHTimkens . 3a pesynbTaTaMu HElOJABHO IPOBEJEHOTO CUCTEMATHYHOTO OISy
JaHUX JITepaTypu Oyso 3po0JICHO BHCHOBOK, IO ICHYIOTH IIEBHI JOKAa30Bi JaHI Ha KOPHUCTh
MOPYIICHHS 3aTHOCTI MpUAMATH pillleHHs, MBUAKOCTI 00poOKM iH(opmamii Ta yBaru, xoda
3arajpbHa po3ymMoBa (DYHKIIis, MaM'siTh, HA3MBAHHS MPEIMETIB, QYHKIISI CIIPUHAHATTS 1 3arajibHi
KOTHITHBHI (yHKIIi He mopymyroTecs’. Jlenpecis 6yna nos's3ana i3 HefipomaTHUHUM G0neM, SIK
Oe3nmocepelHbO, TaK 1 OMOCEPEAKOBAaHO, Ta BIUIMBAaJla Ha CcOLiajJbHE 1 aJalTUBHE
dynxmionysanns’. IMamienTu xiHodoi crati 3 X@ 3a3BHYail BUKOHYIOTh HEHpONCHXOIOTidHi
TECTH (32 BUHATKOM MOKA3HUKIB JIenpecii) B MeKax HOPMH 1 IEMOHCTPYIOTh Pe3yJbTaTH, MOAi0HI
710 Pe3yNbTATIiB 3J0POBUX KiHOK TAKOTO K BiKY 3 KOHTPOILHOI 'PyTIH®.

BpaxoBytoun ncuxocoriianbHi Ta MEU4HI CTPECcOBi (DaKTOPH, SKi BIUIMBAIOThH HAa JIIOJIEH 3
X®, a TakoX BIUIMB IIi€i XBOPOOH Ha SKICTh XKHTTS, 3aKOHOMIPHO, IO MaIieHTH 3 XP MarTh
BUIIMI PHU3UK PO3BUTKY TaKWX IICUXOJOTIYHMX CTaHIB, K JEMpecis 1 TPUBOXKHI pPO3JIajau,
TIOPIiBHAHO 3i 310poBUMH ocobamu®>®, Ananis nanux miTeparypu’ m0Ka3as, 1O 4aCTOTA AETPECii
y nopocnux namienris 3 XD ctaHoBUTH 15—62%; 3a pe3ynpTaTamMu HAaHO1IBIIOr0 AOCTIIXKEHHS LIS
yacToTa cTaHOBMIA 46%8. Y MOCTiIKEHH] THITY «BHIIAJ0K-KOHTPOIbY», B AKE OYJIO 3aTydeHo 25
namiedTiB 3 X®, KIiHIYHI CUMOTOMHU Jenpecii BiaMidanu dacto, mpudoMy y 60% mnamieHTiB
BiJ[3HAYQJIA 30UTBIIICHHS] CHMIITOMATHKH JICTIPECii 3a mKano ['aMinbToHa IS OI[IHKH I{enpeci'iz.
[{ikaBo, 1110 X0ua 3/1aTHICTh IPUIMATH pillIeHHs OyJia 3HIKEHA MOPIBHAHO 31 3A0POBUMHU 0co0aMH,
ICJIsl BHECEHHS TOIPaBKU Ha TSXKKICTh JAernpecii 1 QyHKIIs 3auianacs He3MIHEHOIO; aBTOPU
MPUITYCKAIOTh, IO ICHYE 3B'I30K MK JEMPECUBHUMH CHUMITOMaMHU 1 3[aTHICTIO MpUAMaTH

pinrenns, a He cumnToMu X BITHBAIOTH HA 3JATHICTh IPUAMATH PillleHHS?,

1.1.1. Ouinka i nikyeanns

bepyuu 10 yBaru BHCOKY 4acToTy zemnpecii cepen gopociux 3 XD, nauieHTiB HEOOX1IHO
00cTeXyBaTu Ha HasABHICTb JENpecii 13 BUKOPUCTAHHSAM TaKOI'0 CKPUHIHIOBOI'O 1HCTPYMEHTY, SIK
Ikana ominku nenpecii beka (Beck Depression Inventory). ITouatok ®3T Moke 3MEHIIUTH
TPUBOXHICTh (HeomyOsmikoBaHi naHi J. Politei), ame Takox oOIpyHTOBaHE 3aCTOCYBaHHS
JIOTIOMIDKHOT  Tepamii aHTuaenpecaHtamu. IlamieHTam 3 o03HaKamMHM LEepeOpOBACKYISPHUX
MOPYIIEHb TPOMOHYIOTh MPOXOAUTH HEHPOIICHXOJIOTIUHY OILIHKY IIOPIYHO, 1HIIUM TallilEHTaM
TaKy OLIIHKY PEKOMEHAYIOTh KOXHi JBa poku. [Ipote oOcsr, xapakrep, yacToTa i 6e3mnocepents
pPEeIeBaHTHICTh TAaKUX OI[IHOK I KIIHIYHOI TPAKTUKH 3aJIMIIAIOTHCS HEBCTAHOBJICHUMH, a
BUBYCHHS NPUPOAM KOTHITUBHMX MOpymleHb npu XPi3 3aCTOCYBaHHSAM CTaHAApPTU30BaHUX
HEHWPOTICUXOJIOTIYHUX OIIHOK, Bi3yali3allifHUX OOCTEKEHb TOJOBHOTO MO3KY Ta BH3HAYCHHS
MOKa3HMKIB JIeTIpecii € BaXKJIMBUM 3aBJaHHAM JJIs1 MAHOYTHIX JOCHTIKEeHb. BakIMBUM MarieHTo-
OpPIEHTOBAHHUM KJIIHIYHUM MTOKa3HUKOM € SIKICTh KUTTS, KA CTABUTHUCS ITiJT 3arpo3y y Malli€HTIB 3
X®. [Ipore HEMIOAaBHO MPOBEACHHUI CUCTEMATUYHHUI OTJISA HE JO3BOJHMB 3POOUTH KOTHHX
BHUCHOBKIB 110710 BIUTMBY ®3T Ha 11e#i moka3HUK uyepe3 0OMEKEHICTh IOCTYITHUX nanunx’.

1.2. Incynom

Hopocii nanienTu 3 XP MaroTh MiJBUILEHUH PU3UK IHCYIBTY IPOTITOM KUTTS TOPIBHSHO
3 KOHTPOJBHOIO TPYIIOI BIAMOBIIHOTO BIKY; OUIBIIICTH I1HCYNBTIB, TOB’si3aHmx 13 XD, €
imemiuanmu’®. CumnToMu 3 60Ky LeHTpaIbHOi HepBoBoi cucTemu (LIHC) BUHHKAIOTH paHinIe y
MAIIEHTIB YOJIOBIYOI cTaTi; 3riiHO faHuX Peectpy X cepenniit Bik Nepiioro iHCyJlIbTy CTAHOBUB
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40 pokiB y 4OJOBIKIB i 46 POKIB y ’XKiHOK. /laHi HEBEIMKOIO PETPOCIEKTUBHOTO KOTOPTHOTO
JIOCJTIJDKEHHS CB1/TYaTh, 1110 CEPEIHIN BiK MOSIBU IIEpeOPOBACKYIISIPHHUX MO CTAaHOBUB 34 POKHU y
4onOoBIKiB i 53 poku y xinok'!, xoua 3aranpHMl pU3MK IHCYNBTY MiJBUIIEHMH Y TAI[€HTIB K
40JI0Bi4Oi, TaK i xiHouoi craTi’®. Tarap ycknamuens 3 6okxy IJTHC 36inbmryeThes 3 BiKOM; OfHE
JOCIIJKEHHS 13 3aCTOCYBaHHSM MarHiTHO-pe3oHaHcHOI Tomorpadii (MPT) mokasano, mo Bci
NalieHT cTapm 54 poKiB MaroTh O3HAKM I1epeOpPOBACKYIAPHUX mopymieHb'?. IIpote TouHi
MeXaHi3MH, 5Kl JIeKaTh B OCHOBI MiJIBUIIICHOTO PU3UKY 1HCYNbTY Yy naiienTiB 3 X®d, 10 KiHIA HE
3pO3yMii, 1 Il 3HAHHA € KJII0YeM I aJeKBaTHOTO 3aro0iraHHs MaiOyTHIX €mi30/1iB IHCYJBTY.
Po3nanu BereraTMBHOI HEPBOBOI CHUCTEMH Ta €KTa3il BENUKUX CYIWH MOXYTh MOPYIIyBaTH
PEAKTUBHICTh CYJWH 1 MPU3BOJUTH JO 1IIEMIYHO-TIMTOKCHYHOTO ypakeHHs. [loBimomMisiiocs mpo
30iIbIIEHHS TOBIIMHH KOMIUIEKCY iHTHMH-MEia COHHHX apTepiii’s, o TaKok MOxKe
po3risimatucs K (GakTtop pu3uKy. ETionoriyHi YMHHUKH 3 OOKYy CepIls, Taki SIK MOPYIICHHS
CKOpPOYYBAHOCTI CTIHOK cepus 1 (piOpuismis nepeacepib, TAKOXK MOXYTh IMiJBHILYBATH PU3UK
eMOO0JIIYHOTO 1HCYNIBTY. BpaxoByroun HakonudeHHs riodorpiaosuiiepaminay (GL-3) Bcepenuni
HeliponiB pu XD, neBHy poib y natodizionorii KIiHIYHOTO iHCYJIBTY MOXE MaTH IEepBUHHE
MOPYIIEHHSI KIITUHHOrO Merabonismy y mamientiB 3 X®. HemopaBHo OyB omybimikoBaHUi
KOHCEHCYC eKCIIEPTHOI IPYITH MIO/I0 BAKIMBOCTI LepeOpoBacKyIApHIX yeKnanHens mpu XD,

Ha mi3Hix eramax mepeOiry XxBopoOu MoKe 3 SBUTHCS JIETKUW CTYMHiHb JEMEHIIii, sSKa €
BTOPUHHOIO 1070 MU(Y3HOI JICHKOMasii, IMOBTOPHUX IHCYNBTIB a00 ypakeHHS CyIuH 4H,
MOJKJIMBO, OyTH HACHiJKOM HAaKOMWYEHHS IMiIiB B HEHpOHAX TiMOKaMIy 1 JOOHUX JOJISIX
TOJIOBHOTO MO3KY. 3’SIBISIETHCS BCE OULIBIIE JaHWX HA KOPHCTh TOTO, IO XPOHIYHI BOTHHINA
ypaxeHHs Oinoi pedoBuHu (white matter lesions - WML), ski wacto BusBisatotrs npu MPT
TOJIOBHOTO MO3KY Yy mamieHTiB 3 X®P, MoxyTh OyTtu HemoOposikicHumu. XpoHiuHi WML e
BiTOOpaKEHHSAM TII03y SK pe3yiabTaT MikpoaHrionaTii, i 30uibiieHHs macu WML wmoxe
KOPETIOBaTH 3 KOTHITHBHUMY TIOPYLIEHHAMH .

1.2.1. Ouinka

3a moximuBocTi gopocii mamieHtd 3 X® Mmatote npoitd MPT ronoBHoro mMo3ky Ha
MOYAaTKOBOMY PiBHi, 0co0MMBO mepes 3anpoBamxeHHsM O3T. B ineani, 111 ckaHyBaHHSI MarOTh
BKJIIOYATH IoHalMeHIe pexxumu T1, T2 / pexxum i3 npurdiyeHHsM curnany Bij piguau (fluid
attenuation inversion recovery - FLAIR), Bu3HadeHHs BHMiproBaHOro KoedimieHTa audysii
(apparent diffusion coefficient - ADC) i pexxum audy3iiiHo1 criekTpanbpHoi Tomorpadii (diffusion
weighted images). MarniTHo-pe3onaHcHa anriorpadis (MPA, magnetic resonance angiography -
MRA) Takoxx Moxe OyTH BKJIHOYCHA B MEpPENiK METOJIB IOYaTKOBOTO OOCTEKEHHS, 3
MIPOBEICHHSIM KOHTPOJIBHUX OOCTEXKEHB ITi]T 9aC MOJATBIIOT0 CIIOCTEPEKEHHS, SIKIIO 1€ MOXKIIUBO.
Moske GyTH JTOPEYHUM TIPOBEIEHHS MEPiOAMYHHUX BizyalizaliiiHuX 06cTexKeHb KOXKHI 3 poku™,

Buxonannsa 3BuuaiiHoi komi’torepHoi ToMorpadii (KT) He moTpiGHO, 3a BHHITKOM
BUMAJKIB mpoTurnokazanb no MPT (manpukian, y BUNAAKY KapIiOCTUMYIALIi), ane BOHA
3aJIMIIAE€THCA TEPIIUM HEWpPOpaaioIOriYHUM METOJOM OOCTEXEHHs! NMpH MiJ03pl Ha TOCTpuit
iHCynbT. KT-ckanyBaHHS HEOOXIHO MPOBOJUTH Y BUIAJKAaX TOCTPUX 3MiH B HEBPOJIOTIYHOMY
CTaTycl 3riIHO CTaHJAPTHUX MPOTOKOMIIB 3 BEACHHS Ta IHTEPBEHUINHOTO JIIKYBaHHS TOCTPOTO
incyneTy™.

PerenbHa orinka anamue3dy marieHTa 3 X® € BaXJIWBOI [JIsi BUSABJICHHS OyIb-SKHX
CYNYTHIX (haKTOpiB PH3KKY iHCYNBTY (HAMPHUKIIAJ, TileproMoUCTeiHeMii ®), 10 MOKe J0IaTKOBO
CHPHUATH BUHUKHEHHIO y MAIli€cHTa PaHHLOTO iHCYIBTY. !

1.2.2. Jlikysanuus

1.2.2.1. ®depmeHTO3aMicHa Teparis

Hespaxkatoun Ha Te, 1m0 pekoMOIHaHTHA arajcuja3a He MPOHUKAE Kpi3b
remaroeHuedanigyauii 6ap'ep, ®3T HE0oOX1THO PO3MOUYUHATH Y TOPOCTHX MAII€HTIB 32 HASIBHOCTI
TOCTPOTO HEBPOJIOTIYHOTO JedinmuTy (KIiHIYHA O3HAKa) BHACIIIOK imeMii CyIWH TOJIOBHOTO
MO3Ky a00 KpOBOBMJIMBIB, 200 Y BUMAAKY, Koy miJl yac MPT rooBHOro Mo3Ky BUSIBIICHO «HIMi»
(6e3 xmiHIYHUX HEBpoJIoTTYHHX cuMnIToMiB) WML. V HeBenukoi KinbKOCTI marfieHTiB 3 XD BikoM
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50 pokiB a00 MOJIOAIIMX 3 Ypa)KEHHSIM HUPOK JIETKOro abo moMipHoro crynens maca WML Oyna
CXWIBHOIO 3aJIMIIATUCSA CTaOUTbHOIO HaA TJi JIKYBaHHS arajcuaa3or Oera TMOPIBHSIHO 3
TaIieHTaMu, AKi He OTPUMYBAIH JTiKyBanHs '8, B iHIIMX 10C/iKeHHAX y AesKuX naiientis WML
nporpecypaiy, Hespaxaroun Ha nposenenHs ®3T%%; takum unnoM, BB ®3T Ha po3BHTOK
WML wmie HaneKuTh BU3HAYUTH.

[cHyr0Th Aemio cynepewinBi AaHi o0 BBy @3T Ha BUHMKHEHHS 1HCYJIbTY, OCKUIBKU
11e He OyJI0 MPOBECHO PAaHAOMI30BAaHUX KOHTPOJIbOBAHHUX JOCIHIHKEHB 3 IbOro MUTaHHsA. [IpoTte
IHCYJBT/TpaH3uTOpHA imeMivHa ataka (TIA) Oynu yacTHHOIO KOMOIHOBAHOI ITEPBUHHOI KiHIIEBOT
TOYKH, 32 JOIIOMOTOIO SIKOIO OIIIHIOBAJIM Yac 10 HACTAHHS HECTPUSATIMBUX KIIHIYHUX TOJIH Y
KJIIHIYHOMY JIOCITIJDKEHH1 3 TTOPIBHSAHHAM €(hDeKTUBHOCTI 3aCTOCYBaHHS arajicuaasu o6era 1,0 mr/kr
oauH pa3 Ha 2 TxHi 3 muane6o?l. Ilig yac cnocrepexeHHs He GYI0 3apPeeCTPOBAHO KOTHOTO
Bunaaky iHcynbTy/TIA (0%) y 51 namienra, siki orpumyBain 3T, 1 moBiAOMIIEHO Mo 2 BUMTAIKU
ux noxii (6,5%) y 31 mamienra, siki orpumyBanu miane6o (p=0,14). KinpkicTs Bunaakis Oyna
HAJTO MaJIOIO IS MEPEKOHINBHUX BucHoBKiB?!, HemonaBuiii MeTaaHasi3 qaHux obcepBaliftHIX
JOCTIPKeHb TI0Ka3aB, IO JIKYBaHHS 13 3aCTOCYBaHHSM arajicuja3d OeTa acoIiroBanocs 3i
CTATHCTUYHO 3HAUYYIIUM 3HUKEHHSIM 4YacTOTH IepeOpOBACKYISIPHUX TMOMAIM MOPIBHSIHO 3
BiJICyTHICTIO JIiKyBaHHSA (3,5% [95% I 0,024-0,046%] npotu 18,3% [95% I 0,129-0,245%]) 1
NiKyBaHHAM i3 3acTocyBaHHAM arancuaasu amboa (11,1% [95% JI1 0,058-0,179%])%2.

[HCYNnBT MOXE MaTH Kap[iaJbHE MOXOJDKCHHS; 3 OIVIAAy Ha I[I€ 3MEHIICHHS CepIeBOl
TucYHKIIT MOKEe TOTIOMOTTH MTOKPAIIUTH KPOBOOOIT y TOJIOBHOMY MO3KY. KpiM TOro, y naiieHTiB
OUTBIII MOJIOJIOTO BiKY HIDKYI PiBHI pO3paxyHKOBOI MIBHIKOCTI KiTy00ouKoBOi (inbrparii (plLIKD)
(HaBITh, AKIIO BOHA 3HAXOJIUTHCS B MEKaX HOPMH) aCOIIFOBAIIMCS 3 OLIBIIIOI MAacOK XPOHIYHHUX
WML?, ®3T mosxke 3am06irTH 3HMKXEHHIO (yHKIIIT HUPOK 260 COBIMLHUTH 1eit mponec®t?, mo
MOJK€ CIPUATH 30€epe’KeHHI0 MO3KOBOTO KPOBOOOITY y marieHTiB 3 XD.

1.2.2.2. Cynytus Teparis (y TOMy 4iCIi TpodisITaKTHKA 1HCYIBTY)

Ha xanb, nani mitepaTypH, siKi HIJIECIPSIMOBAHO PO3IIIAJAIOTH MUTAHHS MEPBUHHOI a00
BTOPUHHOT TpodinakTUKu iHCYnbTy npu XD, Haa3BUYaiHO OOMEXeHi. 3arajioM BayKJIMBO
KepyBaTu 1HIMMH (AKTOpaMU PU3HMKY 1HCYIBTY, TAKUMHU SK TINEpIimigeMis Ta aprepiajibHa
rinepreH3is, 1 pajWTH Mall€eHTaM KHUHYTH HAJIWTH 1 HIATPUMYBATH HAJEXKHY TiApaTalliio.
[Tammientam 3 X® pexomeHJoBaHE MPOQITAKTUYHE 3aCTOCYBAHHS aHTUTPOMOOLIUTAPHUX
JTKapChKUX 3ac001B (HaNpUKIIAJ, acmipuHy abo KIIOMIIOTPET0) 3 METOK MiHIMI3aIll PU3UKY
NOBTOPHUX 1HCYNbTIB a00 TPAH3UTOPHUX I1MIEMIYHUX aTak BIJMOBIIHO 0O HACTaHOB 3
npodinakTUKKM iHCYABTy JUIS 3aradpHOi momynsumii  mamientiBl’. IIpoTe 3acTocyBaHHS
AHTUTPOMOOIIMTAPHUX JIIKAPCHKHX 3aC001B Y MEPBUHHIN MPO(IAKTULI IHCYJIBTY Y MaIlIEHTIB 0e3
(dakTopiB KapJI0BaCKYyJISPHUX PHU3HKIB € HEOJHO3HAYHUM. BukopuctanHs 1ux 3acobiB y
BTOPUHHIA MPOQUIAKTULI 1HCYIbTY BBa)KalOTh NPUHIMIOM HanexHoi mpaktuku (GPP 3rigno
mKanu ormiHioBaHHA [lloTnaHAchkoi MIKYHIBEPCUTETCHKOT Mepexi 3 pO3pOO0KM KIIHIYHHMX
HactaHoB [Scottish Intercollegiate Guidelines Network - SIGN]). 3actocyBanus Baphapuny abo
HOBUX AHTHKOATYJISIHTIB (SKIIO BIJCYTHI MPOTHUIIOKa3aHHS 4epe3 AUCPYHKIII0 HHUPOK) MOXKE
posrngnatica npu GiopuALii nepeacepAb, BIANOBIAHO A0 HACTaHOB 3 JIIKYBaHHS 1HCYIBTY,
PO3POBIIEHNX ISl iHINX TTOMYJIALiH mamieHTil’,
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Joparox J{

3ajy4yeHHsI IHIIUX CMCTEM OPraHiB y NATOJOTiYHUI MPoLeC y J0POCIUX MANMIEHTIB 3
xBopo6o1 Padpi: NposiBH, JIATHOCTHKA i JIKYBAHHS

1. Cayx i BecTuOyasipHa GpyHkuis

Brpara cnyxy - Ha3BUYaitHO OMUPEHUH KITTHIYHUHN TposiB XD, SKUH 4acTO 3aJIUIIAETHCS
Henomivenum’. PaHHI HOPYIIEHHS 4aCTO CTOCYIOThCS PO3Mi3HABAHHS 3BYKiB BUCOKOI 4aCTOTH, 110
IIOTaHO YCBIIOMJIIOEThCSI OaraTbMma INallieHTaMH 1 TOMY HE€ IOBIAOMIISETHCS HUMH IpO Lie
camocriitno!. Pe3ynbTaTH OZHOTrO AOCHIIKEHHS HPOAEMOHCTPYBAIM BTpaTy ciyxy y 56%
TAIi€HTIB YONMOBiYOi cTaTi i 38% NaIlieHTIB KiHOYOT CTaTi; TAKOXK YACTO BiZMiUaBCs ITyM y ByXax>2.
Tomy i yac KOXKHOT KJIIHIYHOT OLIIHKH CJIi/I peTeNIbHO JOKYMEHTYBATH JIeTaIbHUN aHaMHE3 L1010
HIyMY y ByXax, BTpPaTH CIyXy 1 BEpTHUIO.

Aymionoriuae o0OcTeXeHHS (BKJIIOYAIOUM ayJiOMETPil0) CIiJ TPOBOAUTH TiJ dYac
MEPBUHHOIO OTJISAAY 1 Hajami 3a HeOOXiTHOCTI cepel KIIHIYHO CTaOUIbHHX MalieHTIB. SIKIIo
BiZIOYBa€THCSl MPOTPECYBaHHS CHMITOMIB, TOKa3aHe KOMIUIEKCHE oOcteskeHHs. CraHmapTHE
sactocyBanns ®3T He 3amobirae BTpaTi cilyXy abo He MOKpAILye aymioJoridHi MOKA3HUKK®.
PanToBy BTpaTy ciiyXy MOJKHA JIIKYBaTH 3a JONOMOTOIO iH(Y3ii Ba30JMIaTaTOPIB 1 CTEPOIMIB.
[TamieHTaM 3 NIyXOTOIO JOPEUHE 3aCTOCYBAHHS CIIyXOBHUX anapariB a00 KOXJI€apHUX IMIUIAHTATIB.
Emizomu BepTHro MOXYyTh OYTH TSOKKHMH, 1 CYOyTHS HYyAOTa MOXe MOTpeOyBaru
CUMITOMATUYHOIO JIIKYBaHHS a00 3aCTOCYBaHHS JIKapChbKUX 3ac00iB MPOTH HYAOTH. JIiKyBaHHS
HIyMY Y ByXax € CKJIaJHOIO 33/1a4€l0, 1 TaKi MaIi€eHTH NOTPEeOYyIOTh KOHCYJIbTALll CIICIiaiCTIB 1,
MOKJIMBO, 3aCTOCYBaHHsI IIPUJIA/IB, 110 OJOKYIOTh eekTH mymy y Byxax. [Ipore Ha cborosHi He
ICHY€ JKOJHUX KIIHIYHMX JOKa30BHUX JTaHUX HAa KOPHCTh 3aCTOCYBAaHHS IMX JOMOMIDKHHX
BTPY4YaHb, 30KpeMa y JOpOCIMX nauieHTiB 3 XD.

2. lIInyHKOBO-KUIIKOBUI TPAKT

Xoua BIICYTHI IPsIMi JOKa3H, BBaXA€ETHCS, 1110 3HAYHA YaCTKa NUTYHKOBO-KUIIKOBUX (LK)
po3naniB y nopociux maiieHTiB 3 X® moB’s3aHi 3 BEreTaTUBHOIO NUCHYHKIIIEIO 1 KUIIKOBOIO
HelponaTi€ro, a y MOXHJIOMY Billl — 3 MOXJIMBUM PO3BUTKOM imIeMii. B paHHbOMY TUTHHCTBI 4acTO
BUHHUKAIOTh BUPAXEHI CHUMITOMH, SKI BIUIMBAIOTh Ha SIKICTh JKUTTA, 30KpeMa - 3aKpend,
MeTeOopHu3M, OLIb y KHUBOTI 1 TSDKKa 3anajibHa fiapes. Cepen neiaTpuyHUX Nall€eHTIB, BKIIOUYEHUX
y Peectp XD, 23,2% xnonmuukiB 1 11,4% nisuar manu [IIK-cumnToMu Ha MOMEHT BKJIIOYCHHS,
MeJliaHu BiKy MOSBU SKMX CTAHOBHIJIM 5 POKiB i 9,5 pokiB Biamosigmo?. Ilix yac crnocTepexeHHs
26,7% manieHTIB MOBLAOMIISLIIH PO O11b y %uBOTI 1 19,3% - npo aiapero, 3 0THAKOBOIO YaCTOTOIO
y MAIli€HTIB YOJIOBIYUOI 1 K1HOUOT cTaTi. AHam3 Aannx ONUTYBaHHS MO0 KIIHIYHUX HACIIJIKIB
X® (Fabry Outcome Survey) nmokasas, mo 52% 3 342 nauienri manu [IIK-cumnToMmis; ix 4actoTta
y MaIli€HTIB YOJIOBIYOT 1 )K1HOUOT cTaTi Oymna OJIHAKOBOIO®.

[Mamientu 3 X® Taki ® CIpUHHATINBI 10 nomupeHux npuyuH nosisu LIIK-cumnTomiB, sik
1 Mali€HTH 3arajibHOI MOMYJISIl, TOMY BOHM TaKOX MOBHUHHI PETyJISPHO OOCTEXKYBATHCS 1010
HasBHocTi IIK-cumntomiB. [Tpu mouatkoBomMy 300pi aHaMHE3y HEOOX1AHO YTOUYHHUTH JjaHi 100
YacTOTH 1 XapakTepy BUIIOPOKHEHb, 301JIbIICHHS MacHu TUIa 1 pexXuMy xapuyBaHHs. HacTymHi
OOCTEXXEHHsI CIiJl MPOBOAMTU 13 3aCTOCYBAaHHSAM ICHYIOUMX IHCTPYMEHTIB OIIHKH (QYHKIIIH
nutyHkoBo-kumkoBoro Ttpakty (IIKT) (wanmpuknan, Ilkamum omiHkM cuUMOTOMIB 3 OOKY
IITYHKOBO-KUIIKOBOTO TpakTy - Gastrointestinal Symptom Rating Scale, IlIxanu omiHKH TSXKKOCTI
CHHIpOMY MOApa3HEeHOTo Kuimeunuka - Irritable Bowel Syndrome Symptoms Severity Scale®),
agantoBanux s MoHiTOopuHry mucyHkiii IIIKT y mamientiB 3 X®. MoxnuBe mpoBeneHHs
paxiorpadiyHOTo 200 €HJTOCKOMYHOT0 00CTEKEHHS, X04a, SIK MPABWIIO, TaKi METOIN 00CTEKEHHS
BUKOPUCTOBYIOThCS JUIsl BIIXUJICHHS aJbTEPHATUBHUX NMPUUUH CHIIBHOTO OOJIIO B )KMBOTI, TAKHX
K 3anajieHHs KulleyHuKa. AHami3 g1anux 3 Peectpy X®, sikuii oxonus 168 maiieHTOK, BU3HAUUB,
1o micins 6inbi Hix 2,5 pokiB 3T y 3Haunoi yacTku nauieHTiB HIK-cumnromu, Taki gk Oi1b y
KHMBOTI i Jiapes, 3MEHIIHMIHCA (CepelHs TPUBATICTh JiKyBaHHS CTaHOBHIA 5,7 pokiB)’. 3rigHo
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OnutyBanHs moAo kriHivHUX HachiakiB XD (Fabry Outcome Survey) uepe3 2 poku @3T vactora
BUITAJIKiB OOJIIO y )KMUBOTI 3MEHIITKJIACS 1 Y YOJIOBIKIB, 1 Y )KIHOK, 9acTOTa Jiapel ACIIo 3HU3UIACs
y TAIi€HTiB 4ONOBiuOi CTaTi, ane 30LIbIIMIACA y TAII€HTIB XiHOYOi cTaTi®. YmopinbHeHHs
BUIIOPOXKHEHHSI BMICTY IIUTYHKY 1 CAMITTOMH JIMCIICTICIT MOYKHA YCIIIIIHO JIIKYBaTH 3a JIOTIOMOTO0
MeToKJIonpaMiay 1 6iokaropis H2-penenTopis ricraminy, BianosigHo. [lopyiienHs MOTOpHKH i
Jliapero MOJKHA JIIKYBaTH 3MIHOKO PEXHMY XapuyBaHHS (301IbIICHHS CIIOKHUBAaHHS KJIITKOBHHH,
OUTBII YacTHIl pUHOM DKI HEBEIMKUMH TOpIisiMH) 1 ¢apmakoTepamieto. [Ipore BinmoBine Ha
JIKYBaHHS BIIPI3HAETHCS Y PI3HUX IMAIIEHTIB, 1 BA3HAYEHHS €()EKTUBHOI TAKTUKH JIIKYBaHHS MOXKE
3alHATH ACAKHA 4yac. 3 orjsiay Ha 1e HanexHe jikyBaHHs LIIK-cumnTomiB y marieHtiB 3 X®
3QITMIIAETHCS 00JIACTIO, SIKa BUMArae Kpaiioi CTaHIapTH3allii Miaxo/1iB 1 KOHCEHCYCY €KCIePTiB.

3. O¢pranbmoJIOriyHi MposiBU

IIpossu 3 6oKy Odell BiAirparoTh BaIIUBY POIb Y paHHEOMY posmisHanti Xd°, [Ipossu 3
GOKY POTiBKH 4acTO BiZIMi4alOThCS y TAI€HTIB Y0JI0BiUOi i xkiHouoi cTati®'?. B KOH’IOHKTHUBI Ta
CITKIBIIi MOYe CIIOCTepiraTucs 3BUBHCTICTh (TOPTY03HicTh) cymun®C, mo nomomorae miaBuimTH
KJIiHIYHY HacTopoxeHicTh mono X®. ['ocTpora 30py, SIK MpaBuiIO, HE CTpAXKIA€E, ajle y ACSKUX
MAIi€EHTIB MOKE PO3BUHYTHUCS TOMYTHIHHS KpUINTATUKA (Biome sk «kaTapakta ®adpi»), B iHITUX
BUIIAJIKaX 31p MOKE MOTIPIIUTHCS Yepe3 1IIeMiuHi SBUIa B TOJOBHOMY MO3KY, 30pOBOMY HEpBI1
a60 citkiBuill. TlamienTn 3i 3BUBHMCTICTIO CyAMH CITKiBKH, SK HPABUJIO, MAIOTh OLTBII TSHKKHiL
KIiHiYHKHA Genotrm >3,

Boponxkomnoniona keparomarist (Cornea verticillata) xapakTepusyeTbcst HasIBHICTIO OiInX,
HENPO30pUX CHipaJbHUX CMYr abo 3aBUTKIB B emiTeNii pPOriBKHU, SKI BHSBISIOTH MpU
Giomikpockomii Ha minuHHIN 1ammi'4, MamoHoK y BUITIAAI cMyT YacTo HaiOinbIne BUpaKeHUi y
reTepO3UrOTHUX MNAalli€HTIB ’kiHO4Oi craTi. CMyru MOXXyTh OYTH PI3HOTO KOJIOpPY BiJ OJimo-
Ciporo 10 KOPHYHIOBATOTO ab0 >KOBTYBAaTOro'’. V 1eAKMX MAIli€HTIB YPaKEHHS pPOTiBKH
NPOSIBIISIETHCS SIK TOMOTEHHE, AU(y3HE TOMYTHIHHS POTiBKH 3 HEBHPAKCHUMH cMyramu abo 0e3
HuX. [lamieHTH MOXXyTh CKap)KUTHCS Ha TPYIHOII NMPH KEPyBaHHI MAIIMHOIO B HIYHHMK dYac
(3acrnineHHs cBITIOM (ap Ta iHIII MOPYIICHHS 30pY); B TAKUX BHUIIaIKaX HEOOX1HE MPU3HAYCHHS
HIATPUMYIOYOTo JIiKyBaHHA. Kpamiii 31 ITydHUMH cb03aMH 00 Ma31 MOXKYTb 3MEHIIUTH CYXIiCTh
OYEH.

[Tix yac ogHOTO PETPOCHEKTHUBHOTO aHai3y OyJio BiA3HA4yeHo, mo y 13 3 32 marieHTiB

criocTepiranocs 3MeHIIeHHs BiakIaaeHs y porisii Ha 111 ®3T micas 10 pokis cnioctepexenns P,

4. lepMaTOJIOTiYHI CHMIITOMH

AHT10KepaTOMM — HEBEJIMKI MIIHATI €pUTEMATO3H1 BOTHUILA YPa)KEHHS, SIK1 BUSBJISIOTh HAa
HIKipi B AUISHII ITyIKa, 00JIacTi TeHITalii, CIAHUIAX 1 1HO/I Ha CIM30BUX OOOJOHKAX, TAKHUX SIK
po1/ry6u'®. Bonn, sk mpaBuiIo, 3’ ABNSIOTHCA HANPHKIHII MepiuX 10 poKiB KUTTS y XJIOMYHKIB 3
KjJacuyHoro (opmoro X®P, MOXYyTb BHHUKATH 0€3 OCOOJMBUX 3aKOHOMIPHOCTEM Yy IHIIMX
nanieHTiB 3 XP. Xoua 111 yTBOPEHHS € KIIHIYHO O€3M€UHUMHU, BOHU MOXKYTh KPOBOTOUUTH 1 OyTH
NPUYMHOIO JUCKOM(OPTY VIS Malli€HTa, 0COOIMBO KOJIM ypaXkeHa 00J1acTh CTaTeBUX oprais. [{ns
NiKyBaHHSA AHTIOKEPAaTOM BHKOPHMCTOBYIOTH Ja3epHi Ta iHIN KOCMETHYHI MeToau'’; ame mi
IpOILEeypH MaloTh MPOBOJUTHCS 3 BEIUKOI OOEpPEXKHICTIO 4Yepe3 3HAUHUN PU3HMK YTBOPEHHS
pyOI11iB, 0COOIMBO Y BUMAAKY 3TMBHHUX aHTiokepaToM. Brume ®3T Ha aHTiOKepaToOMU B TaHWUW Yac
HESCHUM.

JlimpaTnuHi HaOpsaku (HaOpskaHHS Bciel ab0 YAaCTMHU KIHIIBKH, CYIPOBOJIKYETHCS
BIJTUYTTSAM BaXXKOCT1 a00 pO3NUpPaHHs, MOXKIINBE YTBOPEHHSI SIMKU ITPU HATUCKAaHHI HA LIKipY, 110
0o0OyMOBJIEHE TMATOJOTI€I0 JIM(AaTUYHUX CYIWH) — I1HIOIA KJIIHIYHA O3HaKa, CIpPUYMHEHA
HaKOMUWYeHHsM Triobotpiaosuiuepaminy (GL-3) y mimparuunux Bysnax. Bukopucranss
KOMITPECIMHUX MaH4iX MOKE JOTIOMOITH KOHTPOJIIOBATH 1€ YCKIIAJHEHHS Y AOPOCINX MAalli€HTIB
3 X
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5. OcTeomnenisi, 0ocTEONOPO3

OcTeoneHis i 0cTeonopo3 BBAXKAIOTh YacTHMU o3Hakamu XD, MinepanbHa miineHiCTH
KICTKOBOi TKaHMHHU IOTNEPEKOBOI0 BiJily XpeOTa 1 MIMIKK CTETHOBOI KICTKH OLIHIOBanacs i3
3aCTOCYBaHHSM JIBOXCHEPreTHYHOI peHTreHiBChbKo1 abcopomiomerpii (DEXA) y 23 remMi3uroTHux
qooBikiB (y Bimi 16—60 pokiB) 3 kmacuuHo0 popmoro XD. YV 20 i3 23 narienTis (88%) BUsBICHO
abo octeorneHito (n=11), abo ocreonopos (n=9) 3rigHo 3 KnacudiKaIie TOPYIIeHh MiHEPATLHOT
MTBHOCTI KicTKOBOT TKarnnuan BOO3,

3anydeHHs CKeJIeTy y MaTOJIOTIUHUI mporiec OyJio B OJANBIIOMY MiATBEPIXKEHO y TPYIIi
53 manienTiB 3 XD (32 xiHkH) BikoM Bix 15 10 63 pokiB, sSiKi HE OTPUMYBAJIH JIIKYBaHHS 1 y SIKUX
Oya TIpUCYTHS OCTeomeHis npubmmu3Ho B 50% Bumankisl® a Takoxk mix 4ac peTpoCHeKTHBHOTO
JOCTiDKeHHS 3a y4yacTio 44 mamieHTiB (22 KiHkKH) Oyno BUSIBICHO, IO HHU3bKA HIUIBHICTH
KICTKOBO1 TKaHUHHU OyJia Ay»Ke 4acTO Y YOJIOBIKIB 1 CYITPOBOIKYBAIACs MiABUIIEHOK YacTOTOIO
HETPaBMATHYHHX NEPEJIOMiB, aJie IIbOTO He cIocTepiranocs y xkinok?’. JlaHi 0HOT0 J0CIiIKEHHS
MoKasau, mo cepen namieHTiB 3 X € momuperum aedinut Bitaminy D (73% 3 111 narieHTis).
Jlo paxTopiB, 110 MPU3BOIAATH IO TAKOTO JIE(IIUTY, BIAHOCATh YHUKHEHHS MepeOyBaHHs Ha COHIII
yepe3 HEMEepPEeHOCHMICTh CIEKH 1 TINOriApo3, a TaKoX [UTYHKOBO-KHUIIKOBI pO3Jaad, SKi
XapaKTepH3yIoThc Manbabcopomiero®t. HemocraTHicts aktmBamii mo 1,25(OH)2-Bitaminy D
TaKoK MO)Ke OyTH (paKTOPOM IPH Mi3HIX CTaiIX XBOPOOM HUPOK. 3a HASABHOCTI AeIUTY CIiJl
PO3TISIHYTH TIpu3HaueHHs 3amicHoi Tepamii 250H-Bitaminom D, a y Bumaaky mi3HbOI crafil
XBOpOOM HHUPOK - akTUBHOI (hopmu BiTaminy D. Bynu orpumani qaHi Ha KOpPHUCTh MEBHOI oIl
TIPOTHEMIIENTHYHHUX 3aC00iB y PO3BUTKY IIOPYLIEHD MIiITLHOCTI KiCTKOBOT TKaHHHK 2022,

Y [0pociuX MAaIli€HTIB i3 3HAYHO 3HIKEHOK MIHEPAIbHOIO IIUIBHICTIO KICTOK MOXE
po3risgaaTrCs poQiTaKTUYIHA TePaITisi 0CTEOTIOPOTUYHHX ITEPEIIOMIB 32 JIOITOMOTOF0 JIOMOMIKHUX
JiKapChKUX 3ac00iB (aJIeHIPOHAT).

6. IIposiBM 3 OOKY IMXAJIBHOI CHCTEMH

OOCTpyKTHBHE 3aXBOPIOBAHHS JIETCHH 13 3aJUIIKOI0, CBUCTSIYHMM JUXAHHIM 1 CYXUM
KalllleM 9acTo 3ycTpivaeThes mpu X®22?4 Tlix wac cmipomerpii MoXyTh OyTH BHABJIEHi
00CTPYKTHBHI OOMEXEHHS MPOXIAHOCTI IUXAIbHUX HUISXIB (3 PECTPUKTUBHUMH OOMEKEHHSIMU
abo 6e3 HMX) 31 3HMWKEeHHAM ODB1 (06’emy GopcoBaHOro BUAKXY 3a mepury cekyHay), OKEJI
(popcoBanoi KUTTEBOI eMHOCTI JiereHb) 1 LIDB25-75 (mBuakocTi opcoBaHOTro BUUXY Y MEXAX
Bil 25% 10 75% >UTTEBOi €MHOCTI JIeT€Hb). YpaX€HHS JiereHb MOXe OYTH CIpHYMHEHE
HAKOIMYEHHSM IUIIKOC(IHTOIMIAIB B €MiTeNalbHUX KIITUHAX, €HAOTETIaNbHUX KIITHHAX CYJUH
1 KIITHHAX THAJACHBKUX M'A31B JAMXANbHHUX MUISXiB JpIOHOTO 1 CepeaHboro Kamiopy 3
IPOrPECUBHOIO TINEPIJIa3i€l0 KITHUH TJaJeHbKUX M'S31B 1 HEJAOCTaTHbOK peaKcalli€ero
rnageHbkux M's3iB. [Ipu mporpecyBaHHI 3axXBOPIOBaHHS MOJXKYTh IOIIKO/XKYBAaTHCS 1HIII
CTPYKTYpU JHXaJIbHOI CHCTEMHU (HAlpHUKJIaA, IHTEpCTHIliiHA TKAaHWHA JIET€Hb), 1 MiA 4ac
peHtresorpadiunoro oocrexenns abo KT-ckaHyBaHHS Tpy[HOI KIITKM — BU3HAYalOTh O3HAKH
indinpTparii nerens, Gibpo3y i excripaTopHOTo 3aKpHTTA AuXanbHuX maxis>>?4, Kpim Toro,
HEPIJIKO CIIOCTEPIratoThCs MOPYLISHHS AUXaHHS YB1 CHI, HAAMIpHA COHJIUBICTh Y ICHHUH Yac abo
XPOHIYHA BTOMA i HEMEPEHOCHUMICTh (Di3MYHOTO HABAHTAKEHHAZ 2,

3acrocyBanHs ®3T BUSABMIO NMEBHUII BIUIMB HA CUMIITOMM 3 OOKY IMXaJIbHOI CUCTEMH Ta
i pynxmin??4?®2° 3 takox mepeHocuMicTh (Gi3uUHMX HaBaHTaXKeHB. OnHAK HEOOXiTHO
MPOBEJICHHS MOAATBIINX MACIITAOHIINX AOCTiKeHb BITUBY D3T 1 MOXKIMBOTO 3B’SI3KY MIXK
MATOJIOTIENO JIeTeHb 1 cepiis npu XO.

Ha croronHiiHii AeHb €KCIIEPTH BBAXKAIOTH, 1110 MAIIEHTaM CITiJl TOPATUTH BIAMOBUTHUCS
BiJI MaJiHHS, a JUIsl TIOJICTIICHHS CHUMIITOMIB OOCTPYKINi AMXaTbHUX HUISIXIB MOXYTh OyTH
BUKOPHUCTaH1 OpOHXOIMIIATATOPH.

7. CexcyanbHa quchyHKuis

[ToBigomMisiocss mMpo BUMAAKK a300CcHepMii y JABOX Mali€HTIB 4oyioBiyoi cTtari 3 XO.
biomncis sewok BusBuna BigkiaaneHHs GL-3 y kmiTuHax Jeiinira®, V Mojomux marieHTis
YONOBIUOT CTATi CHOCTEpirany BUMAAKK HEilleMidHOTO TIpiami3My>2, Xoua cekcyanbHa (QYHKITiS y
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yon0BikiB 3 XD Gyna Maiike HOPMaIbHOI0>S. JIOCIIiIKEHHS 3 OLIHKM PEHPOLYKTUBHOI 31aTHOCTI
He BUSBHIIO BiIXMJICHB BiZl HOPMH Y TIAIIi€HTIB 40JIOBiuOi i sxkiHowoi cTati®®. ITpoTe icHye miarpymna
40J10BiKiB 3 XD (36%), SIKi caMOCTIIHO MOBIIOMIISUTH TPO O3S, M0 OUIbIIE 32 YacTOTy
TAKUX MOBiJOMJIEHb B 3aranbHiil momynsii (7%)>*. Crix 3a3HaunTw, mo y nanienTis 3 X crapme
40 pokiB, 0COOJIMBO y THX, XTO IMEPEHIC TPAHCIUIAHTALIII0O HUPKH, YaCTO 3yCTPIYa€THCS EPEKTUIIbHA

nuchyHKIis Y.
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Jonatok E

YmoBu npoBenenHs indysii npenaparis ¢pepMeHTO3aMicHOI Tepanii JopocauM
namieHTam 3 xsopooor Paodpi

IcHye m’ATUKpaTHA PI3HULA Y 3apeeECTPOBAHOMY JI03yBaHHI araicuaasu Oera (1,0 mr/kr
MacH Tijla OJIMH pa3 Ha 2 TIKHI) 1 arancunasu anbsga (0,2 MI/Kr Macu Tila oJuH pa3 Ha 2 THXKHI),
BHACJIIJIOK YOTO BIJPI3HIETHCSA 1 TPUBAIICTh 1H(DY3ii, a came: He MeHIIe HK 90 XBWIMH A
araicujasu Oera (micis TOro, sk Oyfia BU3HAU€HA HaJe)KHa MEPEHOCHMICTh Mpernapary ImiJl 4ac
nepmoi iHy3ii npu 3HIKeHiH mBuaKkocTi BBeaeH ) 1 40 XBHIMH IS arajacuaasy anbda’,

Iadys3ii npenapatiB @3T yvacto npOBo;[;ITL B JIIKYBAIBHOMY 3aKJIaJi, ajileé TAKOXX MOXYTh
BUKOHYBATHCSA i y JOMAIIHIX yMoBax®. Byno moka3aHO, IO OTPHMAHHS JiKyBaHHSA BIOMA €
Ge3MeYHuM i 3pydHHM U1 TIAIIEHTIB Ta IXHIX ciMeil 3 BUCOKHM piBHEM KoMILIaeHCy* °, crpuse
TiIBUIIEHHIO SIKOCTi XHUTTS i 3MEHIIYe BUKOPHCTaHHSA PECYPCiB CHCTEMH OXOPOHH 3I0DOB'S.
Ockinbku OUTBIIICTh acomiiioBaHux 3 iHQY3ieto peakuiii Ha O3T (AIP) BUHMKAIOTh MPOTATOM
NEepIIUX KUTHKOX MICSIIB JIKyBaHHS, MAlliEHTaM CJIiJl TOYMHATH OTpUMYBaTH iH(Y31i B yMOBax
KIIIHIKH 111 Oe3mocepeHIM HarsA0oM JIikaps (HAlpHUKIIal, B JIIKapHi, B aMOyJIaTOPHIN KITiHIII 3
nocsinom @3T), ne y pa3i BUHUKHEHHS Oy/Ib-sSKO1 peakilii Oyne HalaHe BiAMOBITHE J'IiKYBaHH}I3.
AIP maiivacrinmie BUHUKAIOTH MMicis 2—4 MICAIIB Tepamii 1 MaroTh TEHJCHIIIIO 10 3MEHIICHHS
TAKKOCTI 31 30ibIIEHHAM TPUBANOCTI Tepamii’. YTBopeHHs aHTHTLN iMyHornooyminy (Ig) G 1o
arajcujasy i po3sutok AIP maGarato menuie mommpeHi cepen xinok 3 X8 Hassricts IgG-
aHTHTIN OB’ A3aHa 3 AIP, ane BifiCyTHICTh aHTUTIN He BUKIIIOUAE PO3BUTOK peakiliil Ha iHDy3ii0°.
Kopucth nmpemenukaiii (HampuKkIIaz, 3a JTOTOMOTO0 )KapO3HUKYIOUUX 3aC001B, aHTUTICTAMIHHHIX
npenapariB abo crepoiniB) HescHa. HeOGesmeuni s >KUTTS aHaIIaKTHYHI peakiii 1 TSKKI
ajepriuni peakilii BUHHKAIOTh HEYacTO>, alleé MOXKYTh TIOTPeOyBaTH eKCTPEHOT Tepaii.

UYepes 4—6 MicsIIiB Miclig MOYATKY JTiKYBaHHS OUIBLIICTh KIIHIYHO CTa0lIbHUX MAIIEHTIB 3
MPHUIATHOK JOMAITHLOK OOCTAHOBKOIO, SIKi JIOOpe mepeHocsATh iH(Y3ii, MOXKHA MEPeBECTH Ha
JIOMAIITHE JIIKYBaHHS (3 3aTy4eHHIM MEUYHOI cecTpH abo 4iieHa pouHu abo0, B IESSTKUX BUTAIKAX,
TIOBHICTIO CAMOCTIlHO, BiJMOBiHO 0 CXBAJEHOTO MiCIIEBUMHU PETYIATOPHHUMH BHMOTamu) >°.
JlikyBaHHS B JOMAIITHIX YMOBAaX HE 3aBKIU MOXIIMBE, alle € Ha/Iisl, 10 3 4acOM O1jIbIle MaIli€HTIB,
AK1 0a)Kal0Th JTIKyBaTUCS BJOMA, 3MOXKYTb 1€ poOUTH. OIHAK y I€IKUX NAIIEHTIB, IKI OTPUMYIOTh
JiKyBaHHS B JIOMAIIHIX YMOBax, MOKYTh BUHUKAaTH AIP y BiIMOBiAs HA HAJTO MIBUIKE BBEACHHS
npemnapary.

dapMakoKiHeTHKa arajicuia3u anb(da OLiIHIOBaJlacs y TMAIli€HTIB, MI0 3HAXOASATHCS Ha
Jianisi, SKUM Micis TeMoJiani3y BBOJWIM npenapar y 1031 0,2 MI/kr, 1 BoHa He BiApI3HsUIAcA BiJl
(bapMakoKiHETHKH TIpH 3acTOCYBaHHi NpemapaTy y MAIli€HTiB, fKi He OTPUMYIOTh miais’.
BBenenns arancuaasu 6era y 1031 1 MI/KT npoTArom 4 roJuH miJ 4yac reMoiani3y acoliroBanocs
3 OUIBII BHCOKMMHU I[HMPKYIIOIYMMH PIBHSAMHU arajicuaa3d BHACHIIOK 3MEHIICHHS 00’eMy
LHUPKYJIIOI0U0i KpoBi. Y 1LbOMY > JOCHIKEHHI HE OyJ0 BHUSBICHO OJHOI PIZHUII Y
IUPKYTIOI0UMX PIiBHSX arajcuaa3y Mi HH3BKOIIOTOYHHM Ta BHCOKOTIOTOUHHM AianizaTopamu’’.
VYV KJiHIYHIA TPaKTUIl arajicujazy BBOIWIM IiJl 4ac abo TMicis Tpoleaypu Aiami3y, abo Ha

HACTYITHUH JICHb MICIs zliani3y11
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Honarok €

BnuuB no3yBanHs npenapartis ¢pepMeHTO3aMICHOI Tepail y JiKyBaHHI alieHTIB 3
XBOpo0o10 Paodpi

3aTBep/KEHI 103YBaHHs arajcuiasu 0era 1 arajicuasu anbda ctaHoBisITh 1,0 mr/kri 0,2
MI/KT' MacH Tijla OJIMH pa3 Ha [Ba TH3KHi, Binnosiao 2, [Ipodini r1iko3uIIoBaHHS BiIPi3HAIOTHCS,
OCKUJIBKM arajcujaa3a 0era Mae OUIBII BHCOKHH BMICT MaHO030-6-hocdary 1 OUTbII BHUCOKHIA
CTYHiHb ClaJlyBaHHS, 10 B&KJIMBO JUIA 3aXOIUICHHS (PEPMEHTY Ji30COMaMHU 1 MiHiMi3alii #oro
3aXOIUICHHS MeYinKo®?. PisHuns B JI0O3yBaHHI Mpu3Beia 0 9-KpaTHOI pI3HUIN Y TUIOMI i
KPUBOIO BHYTPIIIHBOKIIITUHHOT AKTUBHOCTI arajcuia3d MNpOTSAroM 2 THXKHIB Yy TAIli€HTIB
40J10B140i cTati 3 XD, sixa Oysa OUTBIION JJIs arajcuaa3u 0eTa MopiBHIHO 3 arajicuaa3orn anbda
(3,709 [95% A1 2,517-4,900] rox [amons/rog/mr] mpotu 396 (299-493) roa [HMons/ron/mr],
Bi,Z[HOBi,Z[HO)S. Ha cporomHimHiii A¢Hb HE MPOBEACHO NPSIMUX MOPIBHSIBHUX JOCIIKEHb 3
JOCTaTHBOIO CTaTHCTHYHOIO TOTYXKHICTIO IIOJO JOBrOTPUBAiOi €(EeKTHBHOCTI LHUX ABOX
(dbepMEeHTHUX JIKapChKUX 3ac00iB Ta KIIHIYHUX HACHAKIB y J00pe OXapaKkTepHU30BaHHUX,
OJIHOPITHUX 32 (PCHOTUIIOM MOMYJISIisX. MaloWMOBIPHO, IO TaKi JOCHIKCHHS 3 JOCTaTHHO
BEJIMKUM OOCSATOM BUOIPKH, L0 JO3BOJIATH MPOAEMOHCTPYBATH B KIIHIYHUX YMOBaX JIKyBaHHS
PIAKICHOTO 3aXBOPIOBAHHS CTATHCTUYHY 3HAYYINICTH TS KiIacudHoi popmu XD abo XD 3 mizHiM
MOYaTKOM, OyIyTh MOXKJIUBI.

Arancuaa3y anbda i arajacuaasy 0era MopiBHIOBAIHM Y HeOaraTbOX JOCIIDKCHHSIX. Y X011
PaHIOMiI30BaHOTO KOHTPOJILOBAHOTO BIAKPHUTOrO JOCHIKEHHS 3a ydacTio 34 marienrtiB (18
YOJIOBIKiB, 16 *iHOK) 00H1Ba penapaTH BBOAWIN y 1031 0,2 MI/KT OAMH pa3 B 1Ba THXKHI (TOOTO
JUIsl arajicugasu 0era BUKOpPUCTOBYBalu 1/5 3aTBepKeHOT I[OSI/I)B. Brnus ®3T nHa macy miBoro
nuryHouka (MJILI, nepBuHHa KiHIEBa TOuYka) depe3 24 Micsmi OyB OJHAKOBUM sl 000X
npemnapatiB. Takox He Oyno BusBIeHO Hisikol pizHulll y plLLIK®, BupaskeHocti 6010 1 3HIKEHH1
piBHiB GL-3 y mma3mi kpoBi Ta cedi. B 000X rpymax jiKyBaHHS BiJMi4€HO BHCOKHH piBEHb
Hee(EeKTUBHOCTI JIKyBaHHS (fKa BHU3Hayajacs y BHIIAQAKy HIpPOTrpecyBaHHs XBOPOOM HHUPOK
[301IbIIEHHS KOHIIEHTpallli KpeaTHHIHY B cUpoBaTiii KpoBi Ha 33%, nosiBu noTpedu y niamnizi abo
TpaHCIUIaHTalii|, NporpecyBaHHs XBOpoOM cepus a00 BHHUKHEHHS HOBOTO BHIIQJIKY
1epedpoBacKyIsIpHOT TO/1l), mo cAraB 25% maiieHTiB micis 24 MICSIIB JIKYBaHHS, a MICIs
BKJIIOYEHHS MAI[I€HTIB, 110 OTPUMYBAJIHU JTIKYBaHHS IPOTITOM TPUBAJIIIOTO Mepioy, — IPUOIU3HO
TpetuHu nauieHTiB (12/34 mnauientiB). Bumagku HeepekTUBHOCTI JIIKYBaHHSA OylM pPO3LIHEHI
aBTOPAMU SIK YACTi i He Bi/[pi3HSAINCA MiK JBOMA IPyMaMH JTiKyBaHHs®.,

Kananceka imimiatuBa mogo X® (Canadian Fabry Disease Initiative - CFDI)
pannomizyBana 92 mamieHtiB (37 4oNOBIKiB, 55 KIHOK; paHAOMi3allisl y chiBBiAHOIIEHHI 1:1 31
cTpatu(iKalli€ro 3a CTaTTIO) ISl OTpUMaHHA abo arajcuaasu aiabga (n=62), abo arancuaasu Oera
(n=30) y 3aTBepKeHuX n03yBaHHAX . [IpoMikHHUii 3BT Yepe3 5 POKiB 00 MEPBUHHOI KiHIIEBOT
TOYKM (KOMOIHOBaHA KJIIHIYHA KIHIIEBA TOYKA, SIKa BKIIIOYMJIA HUPKOBI, CEpPLIEBO-CYAMHHI Ta
1epeOpOBACKYNIApHI MO 1 BUMAAKW CMEpPTi) BHU3HAYMB YaCTOTy BHHMKHEHHS CEpHO3HUX
KJIHIYHUX NoA1d Ha piBHI 19,4% nns maimieHTiB, 0 OTpUMYBaiIM araicujasy anbda 0,2 mr/kr
OJIMH Pa3 Ha JBa TWXHI, 1 13,3% [u1s maiieHTiB, M0 OTpUMYBaIH arajicuaaly oera 1,0 Mr/kr onux
pa3 Ha naBa TwkHI. Pi3Huus (31%) He Oyna cratuctuuHo 3Hauymoro (p=0,57), ane aBTOopu
3a3HAYAI0Th 0OMEXKEHICTh CTATHCTUYHOI MOTYKHOCTI JociikenHs . Bynu 3apeecTpoBaHi BUCOKI
MOYaTKOBI PiBHI 3aCTOCYBaHHs CYIIYTHBOTO JIIKYBaHHS (areTwicamiiumioBa kuciora — 67,8%,
1HTi0ITOp aHrioTeH3uHNepeTBoproouoro depmenty (AIID) i/abo OmokaTop penentopis
arriorensuny (BPA) — 55,6%, cratuan — 38,9% mamienTis)’. OcTaHHE OHOBIEHHS JAHHX IIHOTO
JOCIIJDKeHHS, $K€ 3HAXOAUThCS Yy BIAKPUTOMY JIOCTYII 1 € pPE3yJbTaTOM 8§-piyHOrO
criocTepekeHHs, Oyno mpencraBieHo B 2016 pomi®. Ha Toit wac 117 mamieHTiB Oymu
paHzoMi30oBaHi AN OTpuMaHHs araicunazu anbda (69 [60%]) i arancumazu Geta (46 [40%]).
BuxiaHi kiiHIYHI MapaMeTpu 1 piBHI 3aCTOCYBaHHSI CYNYTHBOI Tepamii He BIIPI3HSAIUCS, 3a
BUHATKOM [Haekcy crymnens TshkkocTi Maitnia (Mainz Severity Score Index - MSSI), skuit 6yB
HIOKYMM (MEHII TSHKKUH nepelir XBopoOu Ha BUXITHOMY PiBH1) y Mall€HTIB, paH/I0MI30BaHUX JJIs
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OTPUMAaHHS arajcuiasu ajabda, HiXK Y THX, XTO OyB paHIOMi30BaHUH 7151 OTPUMAHHS arajcuia3u
oeta (23,2+8,7 npotu 27,6+10,1; p=0,02). Mix npenaparamu ®3T He Oys0 BUSBICHO HISKHX
BIIMIHHOCTEW 3a KJIIHIYHMMH HACHiKaMH 3 OOKYy HHUPOK 1 cepIls, a TaKOX 3a pe3yibTaTaMu
ananizy Kamnmana-Mefiepa 11010 TpUBaIOCTI IEpioay 10 MOSIBY NepIoi KiiHivyHo1 moii (p=0,66).
[IpoTe BimMmiueHo Maiike BIBIYl Oiible KIIHIYHUX MOJINA HA OAHOTO MAlLli€HTA y TPy, B SKii
OTpUMYBAJIK arajicuaasy anbda (45 moaiii y 69 marientis; 0,65 momii Ha OJTHOTO MAIlIEHTA), HIXK
y TpyIi, B sIKiii oTpuMyBayin arancuaasy oera (15 moniit y 46 mamienris; 0,33 moaiit Ha oHOTO
nanienta)®. Ha »anp, o0/IeH 3 NPOMIKHHUX 3BiTiB HE HaJaB PO3PaxyHKiB obcsAry BUOGIpKH, sIKi O
JIO3BOJIMJIM 1HTEPIPETYBAaTH OTPUMaHI 3HAYCHHS p-BeNUYMHU. [IpoTe HA CHOTOAHINIHIN JEHB y
nociipkenas CFDI BxirroueHo Bxke npuonu3no 600 marieHTiB (i1eHTH(IKAIHHIN KOI HA CalTI
ClinicalTrials.gov: NCT00455104), mo poOuTh mpeacTaBieHi NPOMIXKHI 3BITH HEIOCTATHBHO
CTaTHUCTUYHO MOTY>KHUMHU [JIsl BUSBIICHHS CTATUCTHYHO 3HAYYHIMX BiAMiHHOCTeH. O4YiKyeThes,
110 TOCIIPKEHHS TpUBaTUME 110 3aBepieHHs 10-piyHOro mepioy CoCTEpeKEeHHS.

Henpsimi 1oka3u cBig4aTh mpo Te, 110 OUIBII BUCOKA 71032 araJICH1a3u MOXKEe MaTH KIIIHIYHY
KOPHCTb y 3MEHIIIEHHI HAKOIIMYeHb BCepenuHi mogonuTin’. Y nociimkeHHi 3 BUKOHAHHAM Giomcii
HUPOK y MOJIOAMX MAIi€HTIB 3 kKiacuuHoto popmoro XD (n=12; meniana Biky 16,5 pokiB, niarna3ox
7-33 pokiB) OyIo mMoKa3zaHo, 1Mo CykymHa fgo3a npemnaparis @3T (arancunazu anbda i/abo Oera),
gka Oylna oTpuMaHa MPOTATOM S5 POKiB, KOpemroBaja 31 3MEHIIEHHSM HaKOIMMYEHHs
rno6otpiaosumiepaminy (GL-3) B momommtax®. Ils kopensuis Oyma migTBep/keHa y XOmi
JIOCTIKeHHs Y OlibImii rpymi namientiB (n=20) 3 BHUILOK MeiaHOW BiKy (21 pik), mupmum
BiKOBUM siama3oHoM (7-62 pokiB) i Ginbmoro TpuBaimicTio mikysanHs (9,4 pokis)l®. Ilig uac
OJIHOTO KJIIHIYHOTO JOCHiKeHHs (21 JOpociuii Mami€eHT dYO0JIOBIYOi CTaTi) 3HWXKEHA J03a
arancugasu 6era (0,3 MI/Kr oJJiH pa3 Ha JiBa THXKHI ) M ATpUMYBaia 3MEHIICHH HakonmuaeHHs GL-
3 abo #oro KJIipeHe B KIITHHAX HUPOK PI3HOTO THILY, SIKi 10 ILOTO OyJU JOCSITHYTI 3aCTOCYBAHHSAM
noBHOT1 n1o3u mpenapary (1,0 Mr/kr), y OinbmmocTti, Xxo4a i He y BCiX, MAali€HTIB BIPOIOBK
crocTepexeHHs TpuBaticTio 18 micsmin!l.

TumuacoBa Hectaua arancuaasu 6era 3 uyepBas 2009 poky mo nrotuit 2012 poky npuBena
no HeoOximHocTi mepeBefeHHs Ha iHmwm npemapaT O3T abo 3HWKEHHS 103U y OUIBLIOCTI
nanieHTiB 3 XD, sKi oTpUMyBaH ek npemnapar. Y psl myOiikamiid moBigoMIIsIocs Mpo HaCH1 KN
micns 3MiH y cxemi nikyBauHa'2. Y Xoni mocnmimkenHs 3a ydactio 89 marieHTiB (B minomy 37%
K1HOK; 12,5% xiHOK y rpyIi, sika oTpuMyBasa arajacuaasy oera 1,0 Mr/kr ouH pa3 Ha JABa THUXKHI)
MaIie€HTH, IK1 OTPUMYBaH arajacuaaly o6era 1,0 Mr/kr oMH pa3 Ha JIBa THXKHI, Malld CTAOLTEHUHN
nepedir XBopoOH, TOAl K y THX, Y KOro Oylia 3HIKEHA J103a MpernapaTry ado SKUX IMepeBeiid Ha
arancuasy anbda 0,2 MI/KT OJIMH pa3 Ha JBa THXKHI, BiAMiuanocs moripmenHs GyHKIil HEpOK™.
Ha Bigminy BiJ Tpynu Nami€eHTiB, sKi OTpUMYBajiu araicujasy 6era 1,0 MI/kr oguH pa3 Ha JBa
TH)KHI, y NAIl€HTIB, SKI OTPUMYB&JIM HIDKYI 103U arajcujaasu OeTa, BiMIUYEHO 3Hadylle
M1BUIIEHHS MMOKa3HuKiB MSSI uepes 2 pOKH13. VY nocnipkeHH1 3a y4acTio MaIlieHTIB, K1 MoYain
JiKyBaHHS arayncuaa3oro anbda 0,2 MI/Kr ouH pa3 Ha aBa TxKHI (n=29; 52% xiHOK) a00 SKHUX
nepeBenu Ha arajicunaasy anbgpa 0,2 Mr/kr oauH pa3 Ha aBa TWxkHI (n=71; 44% >xiHOK), piBHI
plIIK®, nporeinypii i iHgekc macu JiBoro muryHouka (IMJIIL) 3anumanucs cTrabiibHUMH
npoTaroM 24 micsmis mikyarusa . ITix yac MeHmmx gocmimkens (n=11 [4 wonopiku, 7 kinok]® i
n=10 [7 uonosikiB, 3 xinku]'®) He moBimOMIANOCS TpPO TOTIpIIEHHS KIiHIYHMX HACIIJKiB
BIIPOJIOBK 3 POKIB TIICTISl IEPEBEICHHS MAIIEHTIB 3 arajicuaa3u 0era Ha arajcuaasy aidbda. [ani
BCIX [IUX JOCIIKEHb OYJIHM BKIIFOUEH1 10 CHCTEMATHYHOTO OTJIsAY 1 MeTaaHauizy (176 maiieHTiB),
B SKUX OI[IHEHO KIIHIYHI MapaMeTpu Hicisl MepeBeleHHs MAallleHTIB 3 arajcujaa3u Oera Ha
arancunasy anbdal?. 3acTocyBaHHs arancmiasu anb(ha acoliloBanocs 3i cTaGiTbHUMH PiBHAMH
[IK® 1 HeBenukuMH, ajie 3HAUYIIUMU NOKpameHHsIMU QyHKuii cepus. [Ipo crate naiieHTiB He
noBiomisiocs, 1 He Oyno iHopmarii npo TsxkkicTs myTauid GLA. HeonHopinHicTh faHMX 1
KOPOTKHUH TIEPI0JT CIIOCTEPEIKEHHS 3a MAIllEHTaMH 13 MOBUIBHO Tporpecyrodoio Gopmoro XD He
JlalTd MOXKITUBICTh aBTOpaM BU3HAYUTH, YU 30€piraeThCs KIiHIYHA CTaOUIBHICTh 1 €()eKTUBHICTD
TIPOTATOM TPHBAJIOTO Mepiofy uacy'? .V xomi HeBemmkoro mociimkenHs (15 domosikiB) 6ymo
BUSIBJICHO, 1110 MEepeBeIeHHs 3 arajicuaasu aiabda 0,2 MI/Kr oMH pa3 Ha JBa THXKHI Ha arajcuzasy
Oera 1,0 MI/kr oJIMH pa3 Ha JIBa THIKHI CTATHCTUYHO 3HAYYIO 3HWKYBajIo piBHI lyso-GL-3 1 GL-
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3 y mna3mi KpoBi: cepelHe 3HIKEHHS IUX PIBHIB Yy BIJCOTKAaX MOPIBHAHO 13 BHUXIIHUMH
3HAUYCHHAMH CTAaHOBIIO 39,5% i 17,9% BimmosimHo'. Ile y3romkyerbcss 3 JaHUMHU 1HIIOTO
KOPOTKOTPUBAJIOrO JociipkeHHs (n=35; 17 donoBikiB, 18 >XiHOK) 3 BHUBYECHHS BILUIUBY
nepeBeieHHs 3 arajicuaasu 6era 1,0 Mr/Kr oauH pa3 Ha JiBa THXKHI Ha araicuaasy ainbda 0,2 Mr/kr
OJIMH Pa3 Ha JBa THKHI; BOHO HE MOKAa3aJ0 3HAYYIIOro 30UTBIIICHHS YaCTOTH KIIHIYHHUX TOIIH,
noB’si3annx 3 XO¥. TIpore Maiike B ycix MamieHTiB, SKi OLiHIOBAIMCS, CIIOCTEpiranacs OilbIIa
AKTHUBHICTh XBOPOOH, 1110 BU3HAYAIIOCS 32 ITIIBUILEHHSAM PiBHIB ri000Tpiao3michinrosuny (lyso-
GL-3) B mna3mi kposi.*

KokpaniBcbkuii Ornisy mokasas, mo y nopiBHsSHHI 3 miane6o ®3T 3Hadymo 3MeHmrye
HakormueHHs GL-3 B eHporenmianpbHUX KIITHHAX APIOHUX CYIHMH 1 MOKpAIIY€E SKICTh JKUTTS,
noB’si3aHy 3 0OojieM, XO04a MpH LOMY HE OYyJI0 MOXKIMBOCTI BH3HAYUTHU ONTHMAJIBHY CXEMY
nosyanHa®. He BcraHoBieHo nosrorpuBanuii Brume ®3T Ha pHU3HK 3aXBOPIOBAHOCTI Ta
cMepTHOCTI, 3yMoBieHnXxX®°, Pe3ynbTaTi 11b0ro KOKpaHiBChKOro oryisiay 6yau aedopmoBaHi
HEJIOCTATHICTIO JOBTOTPUBAIMX KIIHIYHUX JOCIIKEHbB, K1 JTI03BOJIAIOTH OMIHUTH BILTHB P3T Ha
KJIiHiuHi noxii. [Ipore moBrorpuBanuii 1ocBig OyB HAKOMWYECHUH 3a JOMOMOTOI0 aHAIII3Y JTAaHHX
peecTpiB, sKi Oyau CTBOpPEHI 3a PEKOMEHAIISIMH OpraHiB OXOPOHU 3J0pPOB’Sl 3 METOIO
MICISIPeECTPaIliiHOT OILIHKY JIIKApChKHUX 3ac00iB. HemonaBHo O0yino omyOIiKOBaHO J10IaTKOBUIN
OrJIsiA 10 1i€i KOKpaHiBCchbKoi myOmikarii, 7e Oyna BUKOHaHa OIIHKA 3a JOMOMOIOK JiHIHHOT
perpecii Ta CyKyITHOTO aHaJli3y 4acTOK 3 KOTOPTHHX JOCHiIKeHb>’. ABTOpH AifiII BUCHOBKY,
10 3aCTOCYBaHHs arajcujia3u 0eTa MOpIBHSIHO 3 MAI[l€EHTaMHU, SKi HE OTPUMYBAJIU JIKyBaHHS, 1
NaIieHTaMH, sIKi OTPUMYBAIIN arajicu1asy anb(}a, aComif0eThCS 13 CTATUCTHYHO 3HAYYIIIO MEHIIO
YacTOTOI0 HUPKOBHUX MOAIN (CYKYIHI YacTKU MAI€HTIB 3 YCKIAAHEHHSIMH 3 OOKY HHUPOK: MPHU
3actocyBaHHI arancunasu abda — 15,3% [95% 1 0,048—-0,303%]; mpu 3acTOCYyBaHHI arajicHuIa3u
oera — 6% [95% 1 0,04-0,07%]; y naiieHTiB, siki He OTpuMyBanu JikyBaHHs, — 21,4% [95% Ml
0,151-0,2835%]), cTaTUCTHYHO 3HAYYIIO MEHIIOI YacTOTOI CEpPLEBO-CYAMHHUX MOJIiN (IpH
3acTocyBaHHI arancugasu anbha — 28% [95% Ml 0,07-0,55%]; npu 3acTocyBaHHI arajicuaasu
oera — 7% [95% 1 0,05-0,08%]; y nmarmieHTiB, siki He OTPUMYBAJIH JTiKyBaHHS, — 26,2% [95% Ml
0,149-0,394%]) Ta cTaTUCTUYHO 3HAYYIIO MEHIIIOK YacTOTOO LIepeOPOBACKYIAPHUX MOAIN (TIpU
3acTocyBaHHI arasicunasu anbha — 11,1% [95% A1 0,058—-0,179%]; npu 3acTocyBaHHI arajicuiazu
6era —3,5% [95% M1 0,024-0,046%]; y naiieHTiB, sIKi He OTPUMYBaJIH JTiKyBaHHs, — 17,8% [95%
JI1 0,123-0,240]).2°

HaBeneni Buille BUCHOBKH CBi4aTh Mpo AUQEpEHIIHOBAaHUI BITMB Teparii 3aJ1eXHO Bij
JI03H 3aCTOCOBYBAHOI'O (DEPMEHTY.

YTBOpeHHS] aHTHUTIJ

OcHOBHUM (akTOpOM pHU3UKY po3BUTKY aHTUTLI 10 ®3T mpu 7i30cOMHHMX XBOpOOax
HAaKOIMYEHHS € TeHEeTUYHA MYTallisl, sika MPUTHIYYy€e BUPOOJIEHHS (PEpMEHTY, 110 NEPELIKOIKAE
IMYHHIH cucTeMi pOo3Mi3HaBaTH HEAOCTAaTHIN (PepMEHT SIK BIACHUI Mij yac Horo BBeAEHHS (Cross-
reactive immunologic material - CRIM-HeratuBHI MAaI[ieHTH [MAIlli€EHTH 3 BIJACYTHICTIO
TIepPeXpECHO-PEaKTUBHOTO  iMyHoOJIOTiuHOTO Matepiany])?l. Takum uwWHOM, aHTHTIIA a6o
OTIOCEPEIKOBAHE CHPOBATKOIO IHT10yBaHHS arajicuaa3y HEUaCcTO BU3HAYAIOTH Y MaIll€HTIB XKIHOYO1
ctati 3 XD, sIKi MalOTh [3aJMIIKOBY| aKTUBHICTh 0-Gal A 1 HIXKYHMI TUTP MOPIBHSAHO 3 NAlliEHTaMU
4onoBiuoi crati??. KpiM Toro, aHTHTINA, BUSBIEH] Y YOJOBIKiB, € MEPeXpecHO-PEAKTHBHIMH JI0
060x npemnapatiB hepmenTipl> 2,

BincyTHicTh CTaHIapTU30BAaHOI OLIHKM III€ OUIBIIE YCKIIAJHIOE CIIpaBy, OCKUIbKU Pi3HI
METOAM MaloTh Pi3HY UYTJIMBICTh, 110 MPUBOAUTH N0 pi3HUX pe3ynbTaTiB. Hampukman, y xomui
JOCTIPKEHHS, M1/l Yac SKOro OIiHIoBaiM yTBopeHHS IgG-anTutin no arancupgaszu 6era (BUXiJHI
piBHI Ta MiJ Yac CIIOCTEpeKeHHs) abo arajcujaszu anbda (Juie BUXiTHI PiBHI), TUTP aHTHTLI
PO3paxoBYBaIH SIK BEIMYHHY, 3BOPOTHY 3HAYCHHIO OCTaHHBOTO PO3BEICHHS BHIIE TIOPOTOBOTO
piBHA y LbOMy KiJbKicHOMY aHamizi'’. V iHIIOMY HOCIiIKEHHi, y XOJi AKOrO BHSBISIMIN
HAsBHICTh QHTUTUI 0 arajicuaa3u Oera 1 arajmcujasu anb(da, TUTP BU3HAYABCS SK HANWOUIBIIE
PO3BEJICHHSI CHPOBATKHU KPOBI, SIKE MiCJIsl BBEICHHS Mpernapaty Jae abcopOuito npruHaiiMHi y 2 paszu
OiNBIIY TTOPIBHAHO 3 TIOYATKOBHM 3Pa3KOM TOTO K TAIli€HTA B TAKOMY K PO3BeleHHiZ. Tinbku
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JOCITIJIKEHHS 13 3aCTOCYBAaHHSAM O/IHAaKOBOI METOAMKH JJIsl OLIHKM aHTUTL Y MALi€HTIB 3 PI3HUMH
CXeMaMHU JIIKYBaHHS CYTTEBO MPOSICHATH 11e muTaHHs. Ha sxanp, HasBHiCTE CRIM He BU3Havamach
IiJ] 9ac JOCIiPKEeHb TI0 OIIiHII YTBOPEHHS aHTUTLI y MAIIEHTIB, [0 OTPUMYBAJIX Pi3HI MpenapaTu
arancunasu®3?°, Takum unHOM, BIUTUB OCHOBHOI MyTallil Ha BUPOOJIEHHS aHTUTL 10 arajicHaasH
MOYKE 3aJIe)KaTH BiJl HAsIBHOCTI HOHCEHC-MYTAIIii.

Pesynbratn macmrabHoro mociimxkeHHs (n=168; 68 YoJIOBIKIB) CBiAYaTh HAa KOPHUCTh
KOHIIETIIii, 110 TSHKKICTh MyTallii MOxke OyTH OJHUM 3 OCHOBHHX (DaKTOPiB PU3HKY YTBOPEHHS
antutin npu X, Y 4onopikie romoBHMM (GaKTOPOM PU3UKY PO3BUTKY OINOCEPENKOBAHOIO
CHpOBATKOIO iHTiOyBaHHS Oyja HasSBHICTh HOHCEHC-MYTallii; HOHCEHC-MyTalii Oyau MpUCYTHI Yy
6/23 (26,1%) matienTiB 6€3 OMOCEPEIKOBAHOTO CHUpPOBATKOIO iHTriOyBauHsA 1y 13/18 (72,2%)
TAIEHTIB 3 OIOCEPEIKOBAHUM CHPOBATKOIO iHTiOyBanHaM (p<0,01)'. 3 ormsagy na BusHaueHy
MepeXpecHy peaKTUBHICTh aHTUTLI 1HT1OyBaHHS HE 3aJIeXkao BiJl TOro, skuii came npernapat ©3T
6yB mpusHadenmii mepmmm®®. TIpoTe omocepemxoBaHe CHPOBATKOI iHTIOyBaHHA O6YJ10
acoriifoane 3 6inbrmoro MJIII, Hixgoro plIIK® i 6inbin BupaxeHoo cuMnToMaTnkown XM,

VY Xxoni paHAOMI30BaHOTO KOHTPOJILOBAHOTO BIIKPUTOTO JIOCTKEHHS 3a yd4acTio 34
namieHTiB (18 4osoBikiB, 16 XIHOK), IiJI Yac SKOTO IMOPiBHIOBAIM €(EKTHBHICTH arajicuaasu
anbda i aramcugasu Oera, mo BBOIWIHCS B 7031 0,2 MI/KT OJWH pa3 Ha JBa TYXHI (IO IS
arancuaasu  Oera Bigmoimae 1/5 3atBepmkenoi pgo3u), IgG-antuTina po araicuaasu
yrBoproBasucs y 10/16 qomnosikis (y 4/8 mamientis [50%], siki oTpumMyBanu araincuaasy ansgha, iy
6/8 manienTis [75%], AKi oTpuMyBanu arancuaasy 6era; p=0,3)°.

VY X0/l iHIIOTO AOCIIKEHHS aHaJi3yBaJIH BILIUB JIO3M arajiCH/1a3y Ha YTBOPEHHS aHTUTLI
i piBri GL-3 B mma3mi kpoBi i ceui?®. 31 mamienT 3 X® oTpumysanu abo arancuaasy ansda (n=18),
abo araicunasy Oera (n=13) y mgo3i 0,2 Mr/kr onuMH pa3 Ha JBa THXKHI TPOTATOM >12 MmicsmiB
(OipIIICTD MAlIIEHTIB TAKOXK Opaiy y4yacTh y JOCHIJDKEHHI, onrcaHomy Buie). Kpim Toro, Oyimo
BKJTIIOYEHO 21 martienTa, siki OTpuMyBalii arajicuaasy o6era B 103i 1,0 MI/Kr onuH pa3 Ha JBa THKHI
npotsiroM >12 micsauiB. Anturina IgG Oynu BusBieHi y 18 yomnosikiB (y 4/10 nauienTi [40%],
K1 OTpUMYBaJH arajicuasy anbsga 0,2 mr/kr, y 6/8 namienris [75%], ki OTpUMyBaH araicuaasy
6era 0,2 mr/kr, 1y 8/10 namientis [80%], saxi oTpumyBanu araincuaasy 6era 1,0 Mr/kr onuH pa3 Ha
JIBa THKHI) 1 Mall HeiTpanizytrouy akTuBHICTh Y 17/18 (94%) wonosikis. IloBinomisiocs, 1o
PI3HUIIS Y YaCTOTI YTBOPEHHS aHTUTLI MK IPYIIOlo, 1110 OTpUMYyBaia arajicuaasy oera 1,0 mr/kr,
1 TpyIo0, 0 OTpUMYBaja arajicuaasy aibgpa 0,2 mr/kr, 6ysna craructuaHo 3Hauymiow (p=0,005),
asie He OyJI0 BUSIBJICHO PI3HMII Y YACTOTI LIbOTO NMOKa3HUKA MIXK IBOMA I'pyNaMHu, SKi OTpUMYBaJId
npenapat y 1031 0,2 Mr/kr oguH pa3 Ha jBa TwxkHi (p=0,157), abo MiX ABOMa Tpynamu, Kl
oTpuMmyBanu araincunasy oera (p=0,453). Bzaemogito mixk 3T 1 Mmyraniero (HOHCEHC-MyTaIlis
IPOTU MicceHCc-MyTanii) He omiHtoBanu. PiBHI GL-3 y mia3mi KpoBl 3HMXKYBAJIUCA B YCIX
kiaiHiuHuX Tpynax. OgHak GL-3 edexkTuBHO BuAansBCs 3 cedl y MalLi€HTIB 3 BIACYTHIMHU
AQHTUTUIaMU B YCIX TPYyTax; Yy Malll€HTIB 3 TO3UTUBHUMU aHTUTLIAMU JIIKYBaHHS 13 3aCTOCYBaHHIM
npenapatiB y 1031 0,2 MI/Kr npuBoJuiIo a0 miaBuieHHs piBHA GL-3 B ceui, Tol K rpyma, ska
OoTpuMyBaJia arajcuaasy o6eta 1,0 Mr/Kr oJluH pa3 Ha JBa THXKHI, MaJla 3HAYHO 3HMKEH1 PIBHI I[bOTO
nokasHuka. Hisskux 3MiH y QyHKIIT HUPOK HE crocTepirajnocs y >KOJHIN 3 TpyM, aje BiAMIYeHO
OUIbII TIEPEKOHJIMBE 3HIKEHHS MacH JiiBoro nuryHouka (MJILI) six y marieHTiB 3 HETraTUBHUM,
TaK 13 MO3UTUBHUM PE3yJIbTaTOM aHaJi3y Ha aHTHUTIJIA, K1 OTpUMYBaJH arajicuaasy 6era 1,0 mr/kr
OJIMH pa3 Ha JiBa TIOKHI .

Pesynpratn ominku lyso-GL-3 B mima3Mi KpoBi B MIATPYHi MAalli€HTIB, BKIIOYEHHUX Y
BHII€3a3HaYeHE JOCIiKEHHS, 6YI0 MoBimoMiIeHo okpeMo?®. B ycix rpymax BHSBIGHO 3HAuHE
3HIKEHHA cepeaHix piBHIB lyso-GL-3 uepe3 3 wmicsaui jikyBanHs. IIpoTe y mnaiieHTiB 3
MO3UTUBHUM PE3yJIbTaTOM aHaNi3y Ha aHTUTLIA TUIBKH JIIKYBAaHHS 13 3aCTOCYBaHHSIM arajcujasu
6era 1,0 Mr/kr oguH pa3 Ha JBa THUXKHI MPUBEJIO 10 TAKOTO X 3HIKEHHS piBHIB lyso-GL-3, ske
criocTepiranocs y NnauieHTiB 6€3 aHTUTLIL.
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Jonarox K

BariTHicTb i ronyBaHHsi TPyJII0 Y J10POCJINX NaLieHTIB 3 XBOpo0o1o Padpi

He 3Baxkaroun Ha Te, 110 y OUTBIIOCTI XKiHOK 3 X BariTHICTh MpOTiKae 6e3 YCKHaI[HeHb o
1 BOHM HE NOTPeOYIOTh JIKYyBaHHS y CIELIAJICTIB 3 MHTAaHb BAriTHOCTI 1 3J0pPOB’A ILIOJA,
HEOOXIJTHO pEeTeIbHO KOHTPOJIOBATH Taki moB’s3aHi 3 X®P cumnromu, sK npOTelHypm i
HeHpONaTHIHHUIl Gilb, OCKIIBKM BOHH MOXYTh HMPOTPECYBATH IIiJ yac BariTHOCTI®. I'eHeTnune
KOHCYJIbTYBAaHHS B 17ieajli MOBHHHO OYyTH MPOBEAEHO JI0 1 MiJ 4ac BariTHOCTI, 00 MeperyissHyTH
OCHOBHI THWTaHHS NIOJI0 YCHAJIKyBaHHS, 1 IUIAHM IMOAO MPUHOMY JIKapChKUX 3aco0iB 3
TEPAaTOTCHHOIO JII€I0, SIKI YacTO 3aCTOCOBYIOTHCS NHPHU JIIKYBaHHI CHMIITOMIB XBopoOu PDabpi
(manpuknan,  ¢eniroin  (Jumantun),  kapb6amazenin  (Terperonm) Tta  iHTIOITOpHM
aHTIOTEH3UHIIEPETBOPIOI0YOr0 (hepMeHTa/610KaTopH penenTtopis anriotensuny)®®. Hapits sxio
JKIHKaM, 110 KUBYTh 3 XD, BiMOMUH Ta 3p03yMiTUi X-34eIUICHUH MIIAX YCHAAKyBaHHS Y TXHIH
pPOJMHI, BOHU MOXXYTh HE YCBIJIOMJIFOBATH HACIIIKHA 3aXBOPIOBAHHS JIJISi CBO€T BariTHOCTI Ta HE
0o0roBoproBatu ix 31 cBoiM mapTHepoM. [1ig yac KOHCYIBTYBaHHS CJIi/1 TAKOXK HAJIaTH 1HPOpMAIIi0
TIPO METOM TEeCTYBAHHS JI0 3a4aTTs Ta IPEHaTaIbHOI JiarHocTuky Ha X P,

1. ®epmenTO3aMicHA Tepamisi i Yac BarirHocTi

[Ipenapatu arancuaasu BimHocaThes 10 Kateropii B mikapchkux 3aco0iB mpy BariTHOCTI:
He OyJI0 MMPOBEICHO KOJHUX aJeKBAaTHUX Ta 10OpEe KOHTPOIbOBAHUX TOCIIIKEHb 3aCTOCYBaHHS Y
BariTHUX XIHOK, SIKi IPOJIEMOHCTPYBAIIM PU3HK I Tuioay. [IpoTe icHye psit OBiIOMIICHD IIOA0
Oe3MeKy 3acTOCYBaHHs fK arajicuaasd anb(a, Tak i arajacuaasd 0eTa Hii yac BariTHocTi' .
HeBinomo, um eKCKpeTyeThCs arajicuasa y rpyAHe MOJIOKO JIFOJJHH, 1 HEOOX1THO IOTPHMYBATHCS
00epeKHOCTI y pa3i ImpuU3HAYEHHs Mperapary IiJ Yac TPyIHOTO BUTOJOBYBaHHA. He icHye
YKOJHHX MPOTHUITIOKA3aHb JI0 BUTOJOBYBAHHS AITEH IpyIar0 sl *KiHOK 3 XD, siKi HE OTPUMYIOTh
@®3T. JlikapiB, siKi HaIal0OTh MEAUYHY JAOMOMOTY BariTHUM abo >KiHKaMm, SiIKi TOAYIOTh TPYAII0, 3
X®, mpocsaTh BHOCUTH 1XHI JaH1 Y JIOCTYITHI PEECTPH.
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