www.health-ua.com

HEBPOJOrIA

KOH®EPEHLIA

K «pniznamu» xsopoby Nomne
Cepeq IHWuX HepBoBo-M A30BUX 32XBOPIOBAHL?

Ha Bu3HauHomy i wikasomy 3axogi lll Lkona 3 HepBoBO-M’5130BUX 30XBOPIOBAHbL TA 30XBOPIOBAHBb NepudepuyHoi HepBOBOI
cucTemum, Wo npoiiwos y Jibeosi 24-25 TpasHs 2019 p., ogHy 3 ceciit 6y510 NPUCBIYEHO NATONOrISIM HAKONMMUYEHHS, 30Kpema XBopob6i
Momne (XM). Ang uiei piakicHOT reHeTUYHOT XBOPO6GM XAPAKTEPHUIA Ay)Ke LUIMPOKMA CNEKTP KIiHIYHMX NPOSBIB, L0 YCKNAAHIOE

ii paHHIO AiarHoCcTUKy Ta, BiANOBIAHO, 3HM)KYE WAHCU HO edeKTUBHE JIiIKyBAHHS. Jl0 BALWIO| yBAru NpeacraBneHo ornsg ABoX
AonoBifeii, NPUCBAYEHNX NPoGneMam AiarHOCTUKK Ta Tepanii wiei naronorii, a Tako)x onuc KniHiuHoro Bunaaky nigreepaxxexoi XI.

I3 nomosigawo «Koau
xBopoba [Tomrie imiTye
BeCh HEPBOBO-M’SI30BHIA
CIIEKTp: PO3Mi3HABAHHSI,
JliarHOCTHKA Ta JIiKyBaH-
HsI» BUCTYIIUB TOJIOBa
BCECBITHBO Binomoi [1a-
PU3bKOI JIITHBOT IIKOIK
3 Miosiorii, mpodecop
Incruryty miosnorii (ITa-
prx) Anzoni Yprisoepea.
Jlextop Haranas ciyxayam, o XIT — e oiHa 3 Jii-
30COMHMX XBOPOO HAKOITMUEHHSI, SIKa XapaKTepH3y-
€ThCS1 MOPYLIEHHSM TiIpOJIi3y [JTiIKOTeHY Ta iHIINX
oJTirocaxapuiiB 10 BITbHOI IJTIOKO3M Yepe3 HeloCTaT-
HICTb BillMOBiTHOTO (hepMEHTY, a came 0~ 1,4-IToKo-
3uIa3u (KKUcaoi ManbTasu). Bimowmi it i reHeTHyHi
MEeTa0oJTiuHi XBOPOOH, MOB’sI3aHi 3 HAKOTMMYECHHSIM
rmikoreHy (xpopobu [ipke, ®opdea, Pabpi, Mak-
Apaig Touo), ane y miaHi nporHosy XI1 € onHieto
3 HaioubI HecripusTiuBux. Bognovac XIT moxe
TiaIaBaTyCs JIIKyBaHHIO — iCHYE Mperapar 11s (ep-
MeHTo3amicHoi Tepartii (P3T). € Kirbka CHHOHIMIB
HAa3BU 1li€i XBOPOOU: HEJOCTATHICTh KMCJIO1 MaJIbTa-
3U, HEOCTATHICTD O~ 1,4-ITI0KO31 143!, ITIKOreHO3
11 Tuny. 3axBoproBanicTb Ha XI1 cTaHOBUTH NPUO-
J3HO 1 BUMamoK Ha 40 THC. HaceIeHHS.

XIT — merabosiuHa Mionarist, 3a IKOi MOpyILeH-
Hsl OOMiHY IJTIKOTeHy BeJie 10 oro aHoMajabHOro
HaKOMWYEHHS B JIi30cOoMax, MepeayciM M’ sI30BUX
BOJIOKOH. [TocTymoBe HarpoMamKeHHsI TPaHyIT TITi-
KOTeHY TIPU3BOIUTH 10 HE3BOPOTHOTO YpaskKeHHS
CKEJIeTHUX M’sI3iB, MioKap/a, HEMOCMYrOBaHUX
M’s3iB. Lle MyIbTHCUCTEMHE 3aXBOPIOBAHHSI, aJKE
MOpYyLIEHHSI OOMiHY TJIIKOT€HY 3YMOBIIIOE TaKOX
YPaXeHHs LIEHTPaJIbHOI HEPBOBOI CUCTEMH, LIKIpH,
MEYiHKM, CeNe3iHKM, iHIIMX OPTaHiB Ta CUCTEM.

HenmocraTHicTh KMCJI0i MajbTa3yu CIIpUYMHEHA
MyTatiero B reHi GAA, 1110 Koye 1ieii hepMeHT, JIo-
KanizoBaHoMy Ha 17-i1 xpomocomi. st XI1 xapak-
TEPHUIT aBTOCOMHO-PELICCUBHUI THTT YCTIAIKYBAHHSI.
Ha cboromni onmcano Bxe 6:1m3bko 400 MyTaltiii reHy
GAA, onHa 3 ikux — ¢.-32-13T>G B ek30Hi 2 — Ha-
siBHa y 40-70% nartienTis i3 XTT 3 Mi3HIM MOYaTKOM.

[Tpodecop A. Yprizoepea 3a3HaYMB, 110 BUIIIIS-
10th BapiaHTh XI1 i3 paHHIM Ta Mi3HIM TOYaTKOM.
i penorumm XIT MOXXHA YiTKO PO3Pi3HUTH 32 BIKOM
MOSIBM CUMITOMIB: paHHS iH(aHTUIbHA (KJTaCUYHA)
(opma xBopobu MaHidectye y Billi 10 1 poky, Toi
sk XI1 3 mi3HiM moyatkoM — mics 1 poky (y AuTs-
YOMY, TTiJUTITKOBOMY Ta IOPOCIOMY Billi).

MiHimMabHO iHBa3MBHE JAOCIIKEHHST — aHaJi3 aK-
TUBHOCTI 0/~ | ,4-TJTIOKO3MIa31 METOIOM <«CYyXOi IISIMK
KkpoBi» (DBS) — pekomMeHI0BaHe SIK METOM MePIIOi
ninii miarHoctrky XI1. Takox BU3HAYATH aKTUBHICTb
epmeHTy MOXHA Y TiMbonmuTax. 3a HasIBHOCTI TH-
1oBoi KJIiHiYHOi KapTiHU XIT Ha T/1i HOpMAIBLHOT
AKTUBHOCTI (- 1,4-TII0K0311a31 TIOKa3aHe poBe-
NeHHs TecTiB apyroi JiHii — JIHK-miarnoctuku mst
BUSIBIICHHS MyTarliil y TeHi GAA. 171 minTBepIKeHHS
niarHo3y XI1 notpiOHo 3HaiiTH pUHAIMHI Bi MyTa-
1ii. AK1110 TeCTH IEMOHCTPYIOTh, 110 O/~ | ,4-TITIOKO3M-
Jla3a HeaKTHMBHA, a Y BilMOBITHOMY TeHi € JIBi MyTallii,
TO cUTYallist 3po3ymiia — Bunanok XIT miarBepmxe-
HO. AJie 4acTO CIOCTepiraloTh MEHII BUpa3Hy Kap-
TUHY — HaIIPpUKJIa/l, aKTUBHICTb Ot~ | ,4-TTI0KO311a31
JIEIIO 3HIKEeHa, a B reHi GAA HasiBHa OTHa MyTallisl.
Y Takux BumazKax peKOMeHI0BaHi iHBa3MBHI METO-
I TPETBOI JTiHii TOCTimKeHb — GioTicist M’s13iB Ta/ab0
wiKipy. [To6aunT BKIIOYEHHS ITiIKOTeHY B KJTiTH-
Hax MOXHa ITpy 3a0apBJIeHHI MpenapaTy M’s30BOro
oionrraty Llndg-itonHoro kucnororo (PAS), a Takox
32 IONIOMOTOI0 METO/TY €JIeKTPOHHOI MiKPOCKOTTii.

SIKio 6ioxiMiuHi aHaTi3K MOTPEOYIOTh BiTHOCHO
HebaraTo yacy, To TeHeTUYHi MOXYTb TPUBATU THXK-
HAMMU, a TO i Micausmu. ChOTOIHI B 3aXiTHUX Kpai-
Hax HaOyJ1 MOUIMPEHHS TEXHOJIOTI CeKBEHYBAaHHS

r

HoBoro nokoiHHs (NGS), sKi 103BOJISIOTh 1B~
KO MPOBOAXUTH aHai3 LIJIUX TEeHOMIB 200 MOIIYK
MYyTalliif, OB’ I3aHUX i3 IEBHUMU TPYIaMU XBO-
po0 (MeTabojIiuHa, reMaToJ0riYHa, OHTOT€HEeTHY -
Ha NGS-naneni Tomo). Aine NGS noku He BUKO-
PUCTOBYIOTD [UIS1 BUSIBJIEHHSI paHHBO1 hopmu XI1.
Kpim Toro, Ha XaJib, 11i METOIM Hapasi He yxe
JOCTYTHI y KpaiHax, 1110 PO3BUBAIOTHCS.

JlekTop 3BepHYB yBary cjyXadiB Ha Te, 110 paHHS
iHdaHTUIbHA opMa XIT po3nouynHaeThes y Bill
JI0 TUSITW MiCSIITIB i IMBUAKO mporpecye. JIis Hel xa-
pakTepHi ayxe Hu3bKa (<1%) aKTUBHICTh KUCJIOT
MaJibTa3u, TsKKa KapaioMionarisi, BUpa3Ha M’si30Ba
TiMOTOHIS (CHHAPOM MJISIBOI TUTHUHM), 301TbIIIEHHS
neuinku. Panns ¢opma XI1 6e3 3actocyBanns ®3T
y 98% BUTIANKiB 3aKiHUYETHCS JIETATHHUM Hac-
JIIKOM yepe3 cepLeBO-InXalbHy HELOCTaTHICTb
y Billi 10 18 micsuiB. CUHAPOM MJISIBOi AUTHHM,
KapaiomeraJtisi, BUSIBIEHA ITPY PEHTTEHOJIOTIYHOMY
00CTeXeHHI, MiIBUILEHUI piBeHb KpeaThHbocho-
kiHasu (K®K) y KpoBi € mprBOIOM 3aTig03pUTH
XI1. V Takiii cutyartii KpUTHIHUMU € LIBUAKE YTOU-
HeHHd giarHo3y (DBS-Tect i reHeTHUHE TeCcTyBaH-
Hs1) Ta Tovatok M3T. Yum panilie po3novyaTy JiKy-
BaHHSI, TUM KpallMMU OyIyThb BiMOBiIb HA HHOTO
Ta MPOTHO3 /ISl MAJIEHbKOTO MallieHTa.

IndantunsHa Gopma XI1 moTpedye mudepeH-
HiitHoi fiarHocTUKM. Tak, CUHAPOM MJISIBOI AUTU-
HU XapaKTepHUii ISl CIliHATbHOI M s130B01 aTpodil
(pu LIbOMY HeMae KapaioMionarii Ta Kapaiomera-
J1iT), BpOIDKEHUX MIOTOHIUHOI IMCTpOodii, Miomariid,
M’s130BUX auctpodiit. XI1 ciin nudepenuioBat
Bill MITOXOHIpiaIbHUX PO3JIa/iB (MOB’SI3aHUX i3 He-
JOCTATHICTIO IIMTOXPOM C-OKCHIa3M) Ta XBOPOOU
JlaHoHa (iH1Ia popMma TIIiKOreHO3y).

[Tpodecop A. Vprizbepea 3a3HauuB, 110 MpU
XIT i3 mi3HiM MOYaTKOM MaTOJIOTIYHUN TpoLec
MIpOrpecye MOBibHille. Y MallieHTiB 30epiracThest
10 40% aKkTUBHOCTI 0/~ 1,4-ITI0KO3KIA3H, KapIio-
MiomnaTisl He PO3BUBAETHCS, ajle MAIOTh MiClle Mio-
TaTist Ta pecrnipaTopHi nopyuieHHs. BiH 3BepHYB
yBary Ha Te, 110 npu XI1 i3 mi3HiM moyatkoM nepiii
CHUMIITOMHU YacTO € HeCTIELM(DITHUMHU, 10 3yMOBITIOE
MOCTAHOBKY XMOHOTO JliarHO3y a00 3HAYHY 3aTPUMKY
i3 BCTAHOBJICHHSIM MPaBUJIbHOTO AiarHo3y. [latieH-
TH 3BEPTAIOTBCS [0 JIiKapsi 3i CKapraMy Ha pecrii-
paTOpHi MOPYIIEHHSI, Y HUX MOXYTb BUSIBISITU
oescummnToMHe migBuineHHs piBHS KDK y kpoBi
a00 HapOCTaHHsI ¢1AOKOCTi M’sI3iB KiHIIiBOK, T1JIe40-
Boro Ta TazoBoro nosicis (LGMW). Jlo Toro x XII
MOXe MPOSIBIATUCS ATUITOBO: CUHAPOMOM PUTITHOT
CIIMHM, TITO30M, CUHIIPOMOM XPOHIYHOI BTOMU, Mi-
AJITIEI0 TOIIO, a M’5130Ba OIOTICisl HE 3aBX/IM MOKa-
3y€ HAKOMUYEHHSI TIIIKOreHY B M’SI30BUX BOJIOKHAX.
€M KiHiyHMM TiposiBoM X1 i3 mi3HiM movat-
KOM MOxe OyTH HeMepeHOCUMICTb (Di3MUHMX HABaH-
TaxeHb (M’s130Ba C1a0KICTh), CUHIPOM PUTiHOCTI
CIIMHM, i30JIbOBAHMIA TO3, CJ1a0KiCTh si3uKa, ad1o-
MiHaJIbHUX 200 MapacriHaIbHUX M S3iB, OPYIIEHHS
TOCTaBH (TiMepropao3, CKOMi03), 3aIUIIKa TOIIO.
3a HagBHOCTI IMX O3HAK BapTO BUKIIIOUMTH XI1.

XIT i3 mi3HiM MOYaTKOM MOKe HaraayBaTh YKC-
JIEHHI HEPBOBO-M’S130Bi XBOpOOM, 30KpeMa CIli-
HaJIbHY M’sI30BY aTpoilo, MOTOPHI HEBPOIATii,
MiacTeHii, a TaKoX iHIIi MeTa0oJTiuHi, IUCTPOiuHi,
MIOTOHIYHI Ta 3amajibHi XBOPOOU M’sI3iB.

JlomoBinay HaBiB JaHi, 3rigHO 3 IKuMU JiarHo3 XI1
OyJ10 MiATBEPILKEHO B TEHETHYHMX TecTax y 5-15% ma-
LIIEHTIB i3 Ta30BO-I1JIE40BOIO (POPMOIO M’SI30BOI [IHC-
tpodhii (LGMD) Ta 2-4% i3 6e3cHMITOMHMM ITiIBH-
meHHsM akTuBHocTi KDK y kpoBsi. OTke, CKpHHIHT
ycix oci6 i3 LGMD a60o minBuiieHHSIM aKTUBHOCTI
K®K nae 3mory BusiBisTH KiTbKa BUmankiB XI1.
Ywu cnin nikyBatu nauieHTa i3 XI1 3 i301b0BaHUM
0e3CMMITOMHUM MifBUILEHHIM akTuBHOCTI KDK?
3TiIHO 3 CyJacHUM KOHCEHCYCOM, TaKUX XBOPUX
He JIIKYIOTb, aJie IXHiit cTaH Tpeba KOHTPOJTIOBATH.

[TincyMOBYI0YM CBOIO JOMOBiAb, Ipodecop
A. Yprizbepea nopaaus ciayxauyaM BUKOPUCTOBY-
BaTH B poOOTi KepiBHUIITBO AJIs JliKapiB « Pompe
Disease (Glycogen storage disease, type II; Acid
maltase deficiency)», po3pob6seHe HaioHanb-
HOI0 OpraHizauielo 3 60poTbOM i3 piAKiCHUMU
3axBoptoBaHHsiMu CIIIA (NORD) y 2013 p.
(https://rarediseases.org/physician-guide/pompe-
disease), a TaKOX 3a3HAaYMB, L10:

o mommpeHicTh XI1 i3 Mi3HIM MoOYaTKOM 3HAUYHO
BUIIA, HIXX BBAXAETHCS,

o XI1 i3 ni3HimM moyaTkoM y 6araTbox Mali€HTiB
3aIMILIAETCS HEAIArHOCTOBAHOIO;

o XIT i3 mi3HiM movyaTkoM 3aBXIu Tpeba po3-
IJIIATH SIK MOXKJIBUI 1IaTHO3;

o DBS-tecT Mae OyTu BKJIIOUEHMIT B cCUCTEMA-
TUYHUI CKpUHIHT nanieHTiB i3 LGMD abo nigsu-
nieHHAM akTuBHOCTI KDK;

o panHg niarHocTka XI1 migBuiye eekTus-
HICTb JIiIKyBaHHS.

Jlixap-neniatp LlenTpy
ophaHHUX 3aXBOPIO-
BaHb HauioHanbHoi 1u-
TSIYO1 CreLiani3oBaHol
nikapHi «OXMATIAUT»
(M. KuiB) Haramnis B’s-
gecaaBiBHa CaMOHEHKO
MPOJOBXUIA TEMY llia-
THOCTMKH, a TAKOX TIpe-
3eHTYBaJa KJIiHIYHI BU-
naaku XIT.

JlonoBinayka 3a3HavymsIa, 10 Ha ChOTOHI Y CBiTi
BiOMO 6-8 THC. PiIKICHUX MATOJIOTIiA, Ha SIKi XBOPi-
10Tb 8-10% BincoTkiB cBiToBOI momystitii; 80% pin-
KiCHMX 3aXBOPIOBaHb MAIOTh TEHETUYHY TIPUPO]LY,
06.113bK0 400 MoTpedyroTh 3acTOCYBaHHS crieludiv-
HOI Tepartii, ajie iXHs KiJTbKiCTb IMOCTiiTHO 3pOCTaE.

JlekTop 3BepHy/a yBary Ha Taky rpymy opdaH-
HHUX 3aXBOPIOBaHb, SIK JII30COMHi XBOPOOU HAKOTH-
YeHHs, iX Bizomo 6u3bko 50. [Tpu OibiIocTi 3 HUX
yepe3 HeAOCTaTHICTh TOTO UM iHILIOTO (PePMEHTY
B JIi30COMax He BiOYBAETHCS TiAPOIIi3 CKIATHUX
MOJIEKYJI, i HEPO3LIEIUIEH] POMYKTH MeTab0i3My
Hakomnuuytothes y KiituHax. [Tpu XIT HegocTaTHs
AKTUBHICTb KMCJIO] MaJIbTa3K MPU3BOAUT 10 HAKO-
NMUYEHHS B KJIITHMHAX TJIKOTEeHY, 1110, Y CBOIO YEprYy,
MPU3BOAUTD 0 TIPOTPECYIOUO] IereHepaltii cke-
JIETHOI, IMXaJIbHOI Ta, Y OLTBILOCTI [iTeit, ceplieBoi
M’s130BO1 TKAHUHHU.

Cepen KiniHiyHMX posiBiB XI1 y HEMOBIAT ciim
BiI3HAUUTH TJTMOOKY Ta HIBUIKO MPOrPEeCcyrody
M’SI30BY CJIA0KICTh (M’s130Ba TilOTOHis, aMiOTOHis,
3aKMJIaHHSI TOJIOBH), @ TAKOX 3aTPUMKY (Di3UUHOTrO
PO3BUTKY. Y 92% HEMOBJISAT BiKOM y CepeHbOMY
yotupu Mmicsiui i3 XIT criocrepiraioTbest ypaxkeHHSs
ceplist, 30KpeMa 30iIbIIeHHSI 1oro po3MipiB Ta po3-
BUTOK cepLeBoi HegocTaTHocTi. H.B. CamoHeHKO
3a3HauIa, 10 cBoevacHo posnoyara D3T nos3sosse
TMOBHICTIO TI030yTHUCS KAPIiOJOTIYHUX TTOPYLIEHb.

SIK y mopociux, TaK i y AiTeil crocTepiraloTbest
YpaxKeHHSI CKEIETHUX M’sI3iB (MEpBUHHE ypaXKeHHS
M’SI3iB KiHIIiBOK, TPYIHOIIIi TIPY X0Ab0i, MimiiomMax
CXOIaMH, BCTaBaHHI 3i CTIIBIIT a00 3 IMiIJIOTH, BaXkK-
KiCTb MPU XaNaHHi Ta KUIaHHI peveid, yacTi naiH-
Hs1), aTpocist M’s13iB (CKOJ1i03, Kiho3, 10p1o3, Kpu-
nononioHi gonatku). Takox npu XI1 ypakaeTbest
IMXaJdbHa CHCTEMa, 10 TPOSBIISIETHCS TUXATBHOIO
HEIOCTATHICTIO / IUCTPEC-CUHAPOMOM, CTaOKiCTIO
niadparMu, MOpyLIEHHSIM AMXaHHS YBi CHi / HIYHOIO
TiMOBEHTUJISILIIEIO, 3aIMIIKOIO ITPU HABaHTAXEHHI,
MepioAnYHOIO MOTPEOOIO Y MITYUHIl BEHTUISLIIL.
3 OOKY HLUTYHKOBO-KUIIKOBOTrO Tpakty mpu XI1
BUHMKAIOTh TPYIHOLI 3 XapuyBaHHSIM Ta KOBTaH-
HSIM, CJ1a0KiCTh XYBaJIbHUX M’SI3iB, 3pUTYBaHHS,
MOBiIbHMI HaOip Baru. Jlonosizauka rnpeacTaBuia
KJiHiYHUI BUnagok xjionug i3 XI1, skuit nepen

KAiHiYHMI BUNAAOK
niaTBepaxeHoi XI1

IMaieHT, oHaK 24 pokKiB, 3BEpHYBCS
JI0 BiIiIEHHST HeBpoJiorii BIHHUIIBKOT 00-
JIACHOI HEBPOJIOTIYHOI JTiKapHi 3i CKapramu
Ha BUpa3Hy CIa0KiCTh y HIKHIX KiHIIiBKaX,
0c00JIMBO MpH MiniioMi cxonamu. BiH BBakae
ceOe XBOpuUM i3 15 pokiB, KOJIM IMOMITUB Jie-
opmattito rpynHoi KJITiTKM Ta xpeoTa. Togmi X
110T0 MoYyaIu TypOyBaTH TPYAHOLLI TPU XOIb-
0i. 3HaYHe TOTIPIIEHHS CTaHYy BimOyJI0Cs
pik Tomy. [IpoTsarom poky croctepiraBcst
3 IiarHO30M «M’$130Ba AUCTPODis 32 TUTIOM
Epb6a». O6’ekTUBHO: rinoTpodist M’s13iB 00-
JIM44st; (poHallisl Ta KOBTaHHS He MOPYILEHi;
S-TionioHMI BUTHH XpeOTa, 3HAYHO BUPaKe-
HUI TPyIHUI JTOPA03, BOPOHKO-KMJIETIOIi0-
Ha nedopMaltist IpyIHOI KIITKHU, «KPUJIOTO-
TIIOHI» JIOTTAaTKK; 3HAYHA TimoTpodis M’s3iB
TOSICIB KiHIIIBOK Ta IMPOKCUMAaIbHUX BiIiJIiB
BEPXHIX Ta HUXKHIX KiHIIIBOK; M’S30Ba cuja
3HIKeHa. [Ipu o0cTexeHHi 0y/i0 BUSBIECHO:
piBeHb aTaHiHaMiHOTpaHchepa3y MiaBUIIEe-
Huit o 1,08, aktusHicts KOK — 735 On/1,
AKTUBHICTb OL-TJTIOKO3MIA3HU B CyXill Kparut —
0,28 (Hopma 0,3-1,2); aKTUBHICTb O-TJTIOKO-
3umasu B JimMdormrax — 0,1 HMoIb/Tomn/mMr
Oinka (HopMa — 2-15 HMoJIb/To/MT GiJKa).

noyatkoM 3T MaB TpaxeocToMy, ajie 3aBISKH Jii-
KYBaHHIO BiTHOBMB 30aTHICTb TUXaTH CAMOCTIITHO.

BoHa Takox akileHTyBaja yBary Ha KJIiHIYHUX
00CTEXEHHSIX, PE3YJIBTaT! KX MOXYTh OYTH KO-
pucHuMHU utst giarHocTuku XI1:

® [IiIBUIIEHHS PiBHSI aKTUBHOCTI TpPaHCaMiHa3
(anmaniHamiHoTpaHchepasu, acrapraraMiHOTpaH-
c(epasu, nakraTaerigporeHasu) iHOMAI € EAMHUM
nposiBom XIT;

o mimBuIneHHS piBHA akTUBHOCTI KDK (rpu XT1
3a3BMyait He repeBuinye 1,5 Tuc. On/n);

o 30iJIbLIEHHS BMICTY TeTpacaxapuiB TIIOKO31
(Glc4) y ceui (MeToanKa BUKOPUCTOBYEThCS IS
KOHTPOJIIO cTaHy nauieHTa i3 XI1, ane HegocTynHa
B YKpaiHi);

® BUSIBJICHHS KapAioMionaTii y TMTUHU MOXe
cBimuuty ipo XTI i3 paHHIM MoYaTKOM;

o enekTpoMiorpadist ManoiH(GopMaTHBHA TIPH
XI1: pe3ynbratu OyBalOTh HOPMAJIbHUMU, 2 MOXE
CIIOCTEPiraTucsl MionaTUYHUI MaTepH MPOKCU-
MaJIbHUX M’I3iB;

® MAarHiTHO-pe30HaHCHa ToMorpadist € Koprc-
HO10 Ha Oinbi mi3Hix ctamisx XI1, Konu nmporpecye
MOLIKOIKEHHS M ’SI3iB;

o 0iorcito M’s13iB U151 BUSIBICHHSI BKTIOUEHb IJTi-
koreHy npu XI1 B YkpaiHi HOKH 1110 He BUKOHYIOTb;

o nojicoMHorpadis 115 BUSBIEHHS HIYHOTO
arHoe;

® CITipOMETist ISl OLIHKK AMXAJIbHOT (DYHKIIIT.

H.B. CamoHeHKO 3a3Ha4yuja, 10 30J10TUM
cTaHaapToM JlabopatopHoi aiarHoctuku XII
€ KiJIbKiCHe BU3HAUEHHS aKTUBHOCTI (hepMEHTY
o-1,4-rmoko3ugasu. Sk DBS-tect, Tak i aHanis
aKTMBHOCTI (hepMeHTY B JliMpo1nTax (BUKOPUCTO-
BYIOTb JJIsl MiATBEPIXKEHHS) AOCTYMHI Ha 0a3i
HACIT «OXMATIAUT».

Miarnoctuka XIT B Ykpaini po3novanacs
2002 p. B maboparopii MeauuHoi reHetrku HJICJI
«OXMATIOHNT». 3a 1i poku Oya0 IpOBeIcHO
614 mocnimkeHp. JKIIo B repiui poKy 10 3aKjany
CKepoBYyBaju 5-8 mauieHTiB i3 migo3poio Ha XI1
3a pik, To B 2018 p. TakuX ckepyBaHb OYJI0
pxe 113. Lli maHi He BpaxoBYIOTb BEIMKOI KiTbKOCTI
XBOPHX, IKMM Y TTPOBEICHH| TiarHOCTHKY JI0TIOMa-
rae TOB «CaHoi-ABeHTic YKkpaiHa» (KOMIMaHist
3a BIACHUI paXyHOK MOKPUBAE BUTPATU Ha dep-
MEHTHY Ta MOJIEKYJISIPHO-TeHETUIHY [iaTHOCTH-
Ky JUIsl TIALIE€HTIB 1O BCiit YKpaiHi — npum. ped.).
Ha croronHi B Ykpaini giarHo3 XI1 BctaHOB/IEHO
B9 0ci0: y 4 — i3 paHHIM OYaTKOM, Y 5 — 3 TMi3HIM.

JlomoBinayka 3a3HAYMIIA, 110 TIEPIINM Ta €ITHIM
Y CBITi rpenapaToM Juist matoreHeTuaHoi teparii XIT
(®3T) € Miosum*, sikuii 6ys10 cxBaneHo B CLLIA
ta €sporti 2006 p. Lle pexoMOiHaHTHA KKC/Ta MajIbTa-
3a (o-1,4-TmoKko31Ia3a), SKa PO3MIETLTIOE TTiKOTeH
10 [JTI0KO3M, 5K | HaTMBHUI epmeHT GAA. Miozum
Mpu3HavaroTh y 103i 20 Mr/Kr 1 pa3 Ha JBa TYXKHI.

Migrotyeana TeraHa TkayeHko

e

* Nikapcbkuit 3aci6 Miosnm, NopoLuok Ans NPUroTYBAHHS KOHLEHTPATY ANs po3unHy Ans iHdysii no 50 mr, sapeectposanuii B Ykpaiki (p/n UA/11618/01/01, nakas MO3 Ykpainm N2 1166 8ig 03.11.2016).




4 SMOXE BOHA
MABECTUCA TA KUTU -

SAJIEXUTD BI4 TOYHOCTI
BALWLOIO AIATHO3Y

3MIiHITb
ManbyTHe
NauienHTIB i3
xBopoboio
Momne




