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tepanii HamioHaibHOI JUTAYOi cHeHiali30BaHOi JIIKapHI
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npodecop, TOKTOp MEAMYHUX HAYK, 3aBigyBauka Kademporo
nexiatpii Nel HarioHalbHOTO YHIBEPCHUTETY OXOPOHH 3/I0POB’ S
VYkpainu imeni [1JI. lynmka;

npodecop, MOKTOp MEAMYHHX HAYK, 3aBigyBauka Kademporo
nexiatpii  Nel HamioHampHOrO MEIUYHOTO  YHIBEPCHTETY
iMeH1 O.0O. boromounbr.

Ieperasia KIiHIYHOT HACTAHOBH 3aILIAaHOBAaHO Ha 2028 pik
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HNEPEJIMOBA MYJbTUJIUCIHUIIITHAPHOI POBOYOI I'PYIIN

lana kniniuna nacmanosa € a0anmoganoio Oisi CUCMEMU OXOPOHU 300P08 s
Ykpainu eepcicro xniniunux pexomenoayii Revised recommendations for the
management of Gaucher disease in children. European Journal of Pediatrics
(2013), wo 6yau obpaHi pobouor 2pYnor AK NPUKIAO HAUKPAWOD NpaKmuKu
HAOAHH MeOUyHOi 0onomo2u nayicumam 3 xeopoboro Iowe, i ipynmyemvcs Ha
O0aHUX 00KA30801 MeOUyuHu CMOCOBHO egheKmueHocmi ma Oe3neku MeOudHUX
emMpyuans, papmaxomepanii ma opeaHiz3ayiiHux NPUHYUNIS ii HAOAHHSL.

Oxpemi nonoHceHHs: KIIHIUHOI HACMAHO8U, 30KpeMa NUMAHHS enioemionocii,
O0iacHOCMUKU Ma NIKYB8AHHS O0NOBHEHI IHOPMAYIEIO 3 HACHYNHUX 0dHCePeIL:

° Intravenous enzyme replacement therapy (ERT) for Gaucher
disease. UnitedHealthcare Oxford Clinical Policy (2022).

° Guidelines for diagnosis, treatment and monitoring of Gaucher's
disease. The Belgian Working Group on Gaucher Disease (2016).

° Takxmuxa e6edenns Oimeli 3 HelpoHonamuynoo @opmoro XI
oonosnena oarnumu 3 Management of neuronopathic Gaucher disease: Revised
recommendations. A. Vellodi, A. Tylki-Szymanska, E. H. Davies , E. Kolodny, B.
Bembi, T.Collin-Histed, E. Mengel, A. Erikson, R. Schiffmann (2009).

° Ocobusocmi npusHavenHs i KOHMpoaro HiKysanus nayienmie 3 X1 3a
Kowmu oepacagnozo 6100dxcemy suxnadeno 6 Guidelines for the treatment of
Gaucher disease through the Life Saving Drugs Program, Department of Health
and Aged Care, Australia (2020).

Jana kniniyvna Hacmano8a He NOBUHHA PO3YIHIOBAMUCH K CMAHOAPM
MeOUUHO020 NIKYBAHHA. [[OMPUMAHHS NON0IHCEHb KIIHIYHOI HACMAHOBU He 2apaHmye
YCRIWHO20 JIKV8AHHA 6 KOJMCHOMY KOHKPDEMHOMY 6UNAOKy, ii He MOXMCHA
poszensadamu SIK NOCIOHUK, WO BKIIOYAE B8CI HEOOXIOHI Memoou iKy8auHs aobo,
Hasnaku, eukiouae iHwi. OcmamouHe piuleHHsT CIMOCOBHO GUOOPY KOHKPEMHOI
KMIHIYHOI npoyedypu abo niawy JAiKY8aAHHS NOBUHEH Nputmamu J1ikap 3
YPAXY8aHHAM KIIHIYHO20 CMAHY NAYIEHMA MA MONCIUBOCMElU OJisi NPOBEOEHHs.
3ax00i8 O0iacHOCMUKU [ JNIKYBAHHA )Y MeOuyHomy 3akaiaodi. Kniniuna nacmanosa
«Xeopoba [owey», 8i0N0BIOHO 00 €6020 GU3HAUEHHS, MAE HA Memi HAOAHHS
oonomoau JiKapro i NAyieHmy 6 NPUUHAMMI PAYIOHANbHO20 DIULEHHS 6 DI3HUX
KAIHIYHUX CUMYayisax, ciyeye iHGopMayitinoio niompumKkon wooo Haukpauwoi
KNIHIYHOI NpaKmuku HaA OCHO8I O00KA31i8 egheKmusHOCmi 3acmocCy8aHHs NEGHUX
MEOUYHUX MEXHON02Tl, NIKI8 Ma OP2aHi3ayiiHUX 3acad MeoOudHoi 00NOMO2U.

3 momenmy 3ameepoxcenns naxkazom MO3 Vipainu 6io 19.08.2015 Ne 529
VHIIK0BAHO20 KNIHIUHO20 NPOMOKONY NEeP8UHHOI, 8MOPUHHOI (Cchneyianizoeanoi)
ma mpemuHHOI (8ucokocneyianizoganoi) meouunoi oonomozu «Xeopoba Iouwey,
PO3pobaeHo2o0 Ha OCHOBI a0anmoeanoi KAiHiuHOi Hacmanosu «Xeopoba Iowey,
8i00y10cb onosnenns npomomunis (v 2016 ma 2017 pokax), wio nseau 8 ii 0CHO8Y,
wo, 68 ceolo uepey, € NIOCmMagoio Ol NIAHOB020 nepezisidy Ma GHeCeHHs.
HEOOXIOHUX 3MIH V MeOUKO-MexXHOJ02IYHI OOKYMeHmMU 3 HAOAHHA MeOUYHOL
oonomoeu nayieumam 3 xgopoooro I owe (XT).
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3okpema, oHo8rena iHGoOpmayis cmocyemvbcs  O0IA2HOCMUYHOL  YIHHOCMI
Memoois 1abopamopHoi 0iaeHOCMUKU, MOHIMOPUHSY MA JIKY8AHH NAYIEHMIE 3
xeopoboro [owe, a makodc 3acmocy8anHs TIKAPCLKUX 3aco0ie 0Nl pepmeHmHOT
3amicnoi  mepanii  (©3T) (6 momy uucni, HOBUX JIKAPCLKUX 3ac00is,
3apeecmposanux 6 Yxpaini 6 2017 poyi). Tak, ananiz minxcHapooH020 00C8i0y 3
NKy8aHHs HeupoHonamuynoi ¢opmu XI' noxazas eiocymuicme epexmusrnocmi
sucoko003060i @3T (120 Oo/ke macu mina xkooxcHi 2 mudichi) 6 cmabinizayii
3axeoproeants. Poboyoro 2pynoio 6Ka0YeHO Cy4acHi Oaui w000 GUKOPUCMAHHA
npenapamis 05 nposedenns PD3T, szapeccmposanux 6 VYkpaini cmanom Ha
01.07.2022: Imiglucerase, Taliglucerase alfa, Velaglucerase alfa.

Kpim moeo, 3 memor yoockonanenus KiiHiuHO20 MOHIMOPUH2Y I CBOEYACHOI
KOpeKyii NiKy8aHHs O0aHa KIIHIYHA HACMAHO8A OONOBHEHA WIKANAMU GU3HAYEHHS]
CMAHy MANCKOCMI NAYiEHMa 3a CMyneHeM YUKOONCEHHS KICMKOBOI MKAHUHU ma
YEeHMPanIbHOI Hep8oB8oi cucmemu OJisl OYIHKU eqheKMUBHOCMI IIKY8AHHSL.

Cnio 3a3nauumu, wo 6 erexkmpownHiu 6azi Llenmpy opgannux 3axeoprosanv
Hayionanvnoi oumsavoi cneyianizosanoi nikapni «OXMAT/IUT» cmanom Ha
21.10.2021 poky Hapaxosyemwvcs 76 nayieumu 3 xeopooboio I'owe: 25 oimeti ma 39
oopocaux nayienmis. Ceped Hux 3 I-m munom — 68 oci6 (25 dimeti, 43 dopocauti),
I1IlI-m munom — 4 ocobu (3 oumunu, 1 Odopocauir). IlI-i (neiponamuunuti) mun
xeopoou [owe 6yn0 Oiacnocmosano y 3 Oimetl, 6Ci nomepiu y nepuii poxu
HCUMMAL

3 2006 poxky 13 xcinok 3 XI' ompumysanu 3T nio uac eazimnocmi, y 36 83Ky
3 4uM € HaeanbHa nompeba y Gopmy8aHHi  CMAHOAPMUZ0BAHUX NIOX00I8 3
HAO0AaHH MeOU4YHOI 00NOMo2U nid Yac 8a2imHocmi ma noJozie.

Iliomeepooicyroua nabopamoprna odiacnocmuxa XI' 30iticnioemocs 6 Llenmpi
opgannux 3axeoproeanv H/[CJI « OXMATUT». B Oanuil kniniunii Hacmanosi
YimKo BU3HAYeHI YIHHICMb ma OO0CMOGIPHICMb 1a00PAMOPHUX — MemOoOi8
obcmedicenHs, SAKI Ha CbO020OHT UKOPUCOBYIOMbCS 8 YKpaiHi.

Ilpusnauenns, eiomina ma 3mina o0osyeanua DP3T nayienmam 3 XI'
30IUCHIOEMBCA  KOMICIUHO 8 YCMAHOBIEHOM)Y NOPAOKY 32I0HO 3 HAKA30M
MO3 Vrpainu 6io 19.10.2015 Ne 683 «Ilpo 3ameepodicennsi cknady xomicii ma
RIOKOMICIU OJ151 8UBHAYEHHS HEeOOXIOHOCMI 8 NPU3HAYeHHI, GIOMIHI, nepepo3nooii
JIKAPCOKUX 3ac00i6 ma GIONOBIOHUX XAPUOBUX NPOOYKMIE O CNeyialbHO20
OIEMUYHO20 CNONCUBAHHS, WO 3AKYNOBYIOMbCS 3d PAXYHOK KOULMIB 0epHCABHO2O
O1000/Ccemy, a maKkoxc IHWUX oxcepel, He 3a00POHEHUX 3AKOHOOABCNEOM, V) MOMY
YUCai 2YMAaHIimapHoi 00NoMo2u, 2pOMAOSAHAM, SKI CMpAax3coaromv HA PIOKICHI
(oppanni) 3axsopiosannsy ma waxazom MO3 Vrpainu 6i0 05.02.2015 Ne50 «Ilpo
3ameepodcentns Ilonoowcenns npo Komicito 0Nl 8U3HAUEeHHS HeoOXIOHOoCcmi 8
NpU3HAYeHHi, BIOMIHI, Nepepo3nodili NIKAPCbKUX 3acobie ma BiON0BIOHUX
Xapuoeux npoodykmie Ol CHeyianrbHo2o  OIEMUYHO20  CHONCUBAHHA, WO
3aKYNO8YIOMbCSl 34 PAXYHOK KOUIMIB 0epAHCABHO20 O100J4Cemy, a MaKoMC [THUUX
odicepen, He 3A00POHEHUX 3AKOHOOABCMBOM, ) MOMY HUCTT 2YMAHIMAPHOL
oonomoau,  epomMaodsHam, AKi  cmpadicoaroms  Ha  PIOKIcHI  (opghanni)
3aX80PIOGAHHSLY.



IIpeamoOyJ1a

XBopoba ['ome — 1e cnajkoBe MaHETHIYHE 3aXBOPIOBaHHS, IO 3a3BUYAl
MOYMHAETHCA B AUTHUHCTBI Ta 00yMOBJIEHE Ae(PIIUTOM aKTUBHOCTI J1130COMaIbHOTO
dbepMeHTy rarokonepedopo3ugazu (kucioi [-riaroko3uaasu). Po3pi3HSAIOTH 1Ba
OCHOBHUX (peHOoTHNU: HeHelponaTuyHui (tTun 1) Ta Heliponatuunuii (tunu 11 Ta
[I). Jitu 3 KIIHIYHUMH TOpOsSBaMHM  3a3BUYall  MalwTh TSOKKAA —mepedir
3aXBOPIOBAHHS, Y HUX CIIOCTEPIra€ThCs 3aTPUMKA POCTY 1 CTATEBOTO JI03pIBAHHS,
paHHIM  TOYATOK  OCTEONEHil, 3HAaYyHa  CIUICHOMEraiis, TremnaroMeranis,
TPOMOOIIMTOIEHISI, aHEeMisl, CHJIbHUM KICTKOBUH OLIb, TOCTPI KICTKOBI KpU3H Ta
nepesomu. JitaM, 110 MaroTh NOAI0HI cuMnToMu xBopoou [ome tumy 1 ta III,
HEOOX1IHO MpHU3HAaYaTh (PEepMEHTHY 3aMiCHY Tepamito, 10 JONOMOXE YHUKHYTH
BUCHQXJIMBOTO 1 YacTO HE3BOPOTHOTO MPOTPECYBaHHS IMATOJIOTil, a TaKOX
J03BOJIUTh XBOPUM 3 HEHEHPOMATHYHOK (OPMOI0 BECTH HOPMAIBHHUU CIIOCIO
KuUTTsA. KokH1 6 MICAIIB AITAM CIIiJI BUKOHYBaTH MEIMYHE OOCTEKECHHS (OTJIsA
BKJIFOYAE BUMIPIOBAHHS 3pPOCTYy, 00’€MYy TMEYIHKA Ta CEJIe31HKH, HEBPOJIOTIYHE
oOCTeXEeHHSI 1 BU3HAYEHHSI TeMAaToJIOTIYHUX MOKa3HUKIB). OAUH-ABA pa3u Ha pIK
HEOOXITHO TPOBOJMUTH JOCITIDKCHHS CKEJICTHHMX TKAaHWUH (OIIHKY MIUTBHOCTI
KICTKOBOi TKaHWHH, JJIarHOCTMYHE JOCHIDKEHHS 3 Bi3yallizaliero, OaxaHo
MarHiTHO-PE30HAHCHY ToMOrpadiro MOMEPEKOBOr0 BIAALTY XpeOTa Ta HUXKHIX
KIHITIBOK) 1 CHeliali30BaHU CEepIEeBO-CYAMHHUN MOHITOPUHT JJIs  JIESIKUX
narieHTiB 3 xBopoboro ['ome III tumy. TepameBTHuHa BiAMOBiAL HA JIIKYBaHHS
BU3HAYATHME YaCTOTY BUKOHAHHS OOCTEXEHHS Ta ONTHUMAIIbHY 103y (PEepPMEHTHOI
3amicHOi Tepamii. JliTam 3 xBopoOoro 'ome Tuny Il (HalTsSX)49010) MpU3HAYAIOTH
migTpuMytoue JiikyBaHHsA. [litei B gocUMITOMHOMY Tiepioal (3a3Buuai 3
xBopo0Ooro ['ome Tumy I) gacrime iAeHTH(IKYIOTh B pe3yJbTaTi CKPUHIHTY cepell
MOMYJIAIIi 3 BHCOKOI TOIIUPEHICTIO MaToJIOTii ab0 3a HAsSBHOCTI Ypa)XeHUX
pigHux OpatiB uu cectep. s miei rpynu XBOpUX PEKOMEHIYEThCS BUKOHYBATH
MEIUYHUN OTJISA MOPIYHO (BKJIFOYAIOUM OIIHKY IIUIBHOCTI KICTKOBOI TKAaHWHH).
Brim, dactora MOHITOPHUHTY aCUMOTOMATHYHUX JITEH 3 HASABHICTIO B POJUHI
ypaXeHUX OpaTiB YW CeCcTep Ma€ BHU3HAYATHCS BIKOM TaIll€eHTa Ta TSHKKICTIO
MPOSIBIB 3aXBOPIOBAHHS Y CTapIIOTO XBOpPOTO cubOca. JIikyBaHHS CIij MpU3HAYATH
TUTHKU 32 HAsIBHOCTI CUMIITOMIB Ta O3HAK XBOpOoOW. BUCHOBOK: paHHE BUSBICHHS
ta JikyBaHHS cumnromMatuyHux tumiB [ 1 III xBopobu ['ome mg03BOMHTH
ONTUMI3yBaTH pe3ynbTaTu Tepamii. JliTsM B JOCHMOTOMHOMY Tepioji
3aXBOPIOBAHHS HEOOXIMHO MPOBOAUTH PETYISPHUN MOHITOPHUHT CTaHy 370pOB’S.
BaxnmBrUM TakoXK € TCHETUYHE KOHCYJIBTYBAHHSI.



BCTYII
Revised recommendations for the management of Gaucher disease in
children. European Journal of Pediatrics (2013)

XBopoba T'ome (XI') — reHeTWYHE MAHETHIYHE 3aXBOPIOBAHHS, IO Mae€
MOMIUPEHICTh B ¢BITI npubau3zHo 1:40 000 — 1:60 000 [17, 28, 49]. Cepen eBpeiB
alIKeHasi 1e OJIHa 3 HaWPO3MOBCIO/DKEHINTUX TeHETUYHUX TATOJIOTIH 3 Y4aCcTOTOO
BUMAJKIB cepen; HociiB 1:17 [35]. YcnagkoByeTbes 3a ayTOCOMHO-PEIECUBHUM
TUIIOM, MPUYUHOIO0 € AeIIUT JII30COMaIbHOrO (ePMEHTY TJIIOKOIepeOpo3uaa3u
(kucmoi  PB-rarokosunazu).  lle mnpu3BoaMTH 10  HAKOMMYEHHS CyOcTpary
rIroKolepeopo3uay (TIIOKO3MIIEpaMiay) B Jii3ocoMax MakpodariB Ta 1HIIHUX
KJIITHH, Hampukiaja, octeobsactiB [50]. 3amoBHEH1 JimiiaMu «KIITUHH [ omiey
aKyMYJIIOIOTBCS B PI3HUX TKaHUHAX 1 OpraHax, OCOOJMBO B CeJE31HIll, MEYiHII,
KicTkoBoMY MO3KY ([lomaTok 6, puc. 1a), JereHsax ta MO3Ky.

Xoua xBopoOa ['o1re i MposIBISETHCSA B paMKax MEBHOTO CIEKTPY CUMIITOMIB,
3arajbHONPUUHATOI0 € KIIHIYHA Kiacudikaiis 3 MOAUIOM Ha TpW TUOM: TUM [
(neneiiponatuunuii, Karamor ¢genorunoBux mapkepiB moanau (MIM) 230 800),
tun [l (roctpuii  weiponatuunuii, MIM 230900) 1 Tun Il (xpoHiuHuM
Heriponatuyauii, MIM 23 100). B €spomni, Kanaai ta CIIIA HainommupeHimoo
dopmoro xBopobu ['ome (94 %) € tun I, MmO XapakTepu3yeThCsl BiACYTHICTIO
NEPBUHHOTO 3aJTy4YEHHS y MAaTOJOTIYHUHN MPOLEC HEHTPATbHOI HEPBOBOT CHCTEMH.
B iammx wactuHax cBiTy, Takux sk €runer, Anonis, [eermis, Ilonsiia,
HeliponaTudHi (GOPMHU MOXKYTh MaTH OUIBIIY PO3MOBCIOKEHICTh, HIK XBOpobOa
INomte Tuny I [37, 64].

O3Haku Ta CHUMIITOMH HEHeWpomatuuHoi ¢opmu xBopoou [ome y miteit
BKJIFOYAIOTh  CIUICHOMETAio, TelmaroMeraiifo, TPOMOOIMTOICHIIO, aHEMIIo,
BiJICTaBaHHS y PO3BHUTKY, 3aTPUMKY POCTY 1 CTaTeBOTO JIO3pPiBaHHS, OCTEOIEHIO,
CWIBHI OoOJli y KicTKax (rocTpi KIiCTKOBI Kpu3u) Ta rmepenomu [40]. Tlpwm
HeHelponaTuyHid Qopmi XxBopoOu ['omre, 1m0 YacTo HEBIPHO OIMUCYIOTh SK
MATOJIOT1I0 JOPOCIOTO BIKY, y OLIBIIOCTI MAIIEHTIB CUMITOMH TPOSIBISIOTHCS B
JUTAHCTBI W JiarHOCTYIOThCs y Bimi g0 20 pokiB [10]. Panniii modaTox
3aXBOPIOBAHHS ACOIIOETHCA 3 OUIBIN TSHKKHM TEepediroM Ta BHCOKHM PHU3UKOM
MOSIBM TIATOJIOTIYHUX yckmamaHeHb [38, 47]. Y 75 % wHenikoBaHUX JiTeH 3
HAsSBHICTIO CHUMIITOMIB XBOPOOHM CIIOCTEPITAEThCS CYOONTHUMANBbHUI PO3BUTOK
opra"ismy [39], 34-42 % 3 HuUX WMalOTh 3piCT Ha piBHI a00 HIDKYE T SITH
nepreHTwib [1, 38]. Ha MmomeHT mocTaHoBku miaraosy y Ouren Hixk 80 % mitei
BiJI3HAYAETHCS CIUICHOMETAIIIS, remaromeraiiss Ta marosoris kictok [38]. Cepen
JITEH, sIKi He OTPUMYIOTh JIIKYBaHHSA, cepeaHiil 00’ eM cene3iHku Outbm HiXK B 20
pa3iB TepeBaka€ MOKA3HWK HOPMHU, a CepeAHiil 00’e€M TediHKH — B JBa pasu
OUIbIIMIT 3a HOPMAJIBHUN pO3MIp Oprany Juisi JaHoro BIKy 1 Baru [1]. Y
omm3bko 60 % MOUIITKIB 3 HENIKOBAHOK XBOpoOoio ['omie cmoctepiraeTbes
3aTpUMKa CTAaTeBOrO J03piBaHHS [42], MO MOXXE CIPUYUHUTH 3HAYH1 HEraTUBHI
MICUXOJIOTTYHI HacHiAKU. AHeMis Ta Jierka abo MOMipHAa TPOMOOIMTONEHIS,
acolliiioBaH1 3 TinepcIieHi3MoM, HasBHI npuoausHo y 40 % niteit [38]. AHemis €


https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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OJIHIEI0O 3 OCHOBHUX Npu4MH BTOMHU [38], a TpoMmOOUMTONEHIs 30UIbIIYE
CXWJIBHICTB /IO TIOSIBU KPOBOTEY (B TOMY YMCJI YaCTI HOCOBI KPOBOTEY1) Ta CUHIIIB
[33].

[laTosiorist KICTOK CIpUYMHEHA HAKONMMYEHHAM KIITHH ['olle B KICTKOBOMY
MO3KY, TIIIOKouepedpo3uay B octeobnactax [S50] Ta fAi€l0 IIUTOKIHIB, IO
BUpoOstoTh 11 KiiTUHU. [Ipubnuzno 80 % miteit 3 xBopoOoro ['omie MaroTh
IIOHAaWMEHILIE OJIHY KICTKOBY MAaTOJIOT1I0 HA MOMEHT MOCTAaHOBKH JiarHo3y [38].
Ha peHTreHosorivHoMy 3HIMKY AMCTaIbHOIO BIAJLTY CTETHOBOi KICTKM MOXYTb
criocTepiratucs xapakTepHi konbomnoaioHi nqedopmariii Epnenmetiepa (JomaToxk 6,
puc. 10). [eski AITH CTpakJal0Th Ha XpOHIYHUHN OLIb y KICTKax Ta/ab0 KiCTKOBI
Kpu3u (TOCTpUN TOYATOK, TPHBAII Hamaaud OOJIIO, IO CIOYAaTKy MAa€ TYITHH
XapakTep, Hagalxl cTae HECTEPIHHUM; 3a3BHYail MEpelye IMOsBi OCTEOHEKPO3y Ta
nepenomiB). MiHepasiibHa ImIUIBbHICTh KicTKOBOi TkanuHu (MIKT), maca Ta
TOBIIIMHA KOPTUKAJIBHOTO IIapy 3a3BUYail aHOMaJIbHO HU3bKI1 [47, 59].

XBopoba I'ome tumis I Ta 111 Mae moniOHMIT maToreHes, mo BiAPI3HAETHCS,
TOJIOBHUM YHMHOM, 3a CTYIIEHEM HEBPOJIOTIUHOI JiereHeparii — IMIBUIKUNA/TOCTPUN
nepeOir xapaktepuuid 1 tuny I, xponiynmit — gms tuny Il Toctpa
HeliponaTuyHa xBopoOa ['omre (tun II) 3ycTpivaerbes aysxe piako (1:500 000) [17]
Ta € MAaHETHIYHOI0. XBOP1 JITU MOXYTh OYTH 3IOPOBUMU MPH HAPOKEHHI, aje 10
2-pI4HOTO BIKY MPOSBISIOTHCS CUCTEMHI Ta HEBPOJIOT1YHI O3HAKH MATOJIOTIT (4acTo
HabaraTo paimie), SKi CTPIMKO TOCHUJIIOIOTHCA. BUIBIIICTh JiTeli TOMHUpae B
PaHHBOMY JUTHHCTBI, JIeSIKI y BHYTPIIIHBOYTPOOHOMY IE€pioJi, 1HINI — Yepes
nekinpka pokiB [31]. XBopobOa T'ome tumy III mposBiseTbcss B paHHBOMY
JTUTUHCTBI, YaCTO Ma€ MOAIOHI CUMITOMH 10 THUIY | Ta MOBUIBHO MPOTPECYHOUHit
nepeoir, 110 4acTo MPU3BOAUTH JI0 JIETATLHOIO HACIIIKY Ha IPYTOMY Ta TPETHOMY
JECATHIITTI )KUTTA. Taki HEBPOJIOT1YHI O3HAKH, K TOPU30HTAIbHA OKYJIOMOTOPHA
ampakcis, MOPYIIEHHS TOTJIAMY 110 BEPTUKAJIbHIM JIiHII, aHOMAaJbHO ITOBUIBHE
CTEXXECHHSI 32 00’€KTOM Ta KOHBEPreHTHa KOCOOKICTh 3a3BUYAll MPOSBIAIOTHCA Y
PaHHBOMY JIHMTHHCTBI, aje MOXYThb TaKOX 3 ABJISATHCA 1 mi3Hime. s xBopoOu
I'ome Tumy III Oyma po3pobieHa IIKaia OMIHKK TSHKKOCTI 3axBoproBaHHs [18] 1
BHJIJICHO ITOHAWMEHIIe TpU MmiaATHIU. Y mamiedTiB 3 Tunom Illa cmocrepiraerbes
Mporpecyroda HEBPOJIOTIYHA TATOJIOTIS 3 MIOKJIOHYCOM Ta JIEMEHITIE€I0. XBOpi Ha
tut [IIb MaroTh 3HaUYHI BicliepalibHI Ta CKEJIETHI ypaKeHHS, TOAI0H]1 0 CHMIITOMIB
TSOKKOTO TUITY |, 3 HAsSBHICTIO HEBPOJIOTIYHUX O3HAK (MEPEBAXKHO TOPU3OHTAIBHUIMA
HaJ ICPHANA Mapallid TMOTJISAAY), IO MOXYTh 3’ SBIATHCS 10 a00 ICIIS TOSBU
COMAaTHYHUX MPOsBIB Ta cuMnToMiB. KicTkoBa maTosoris 3a3Bu4ail mpeacTaBieHa
y BuUrisai gedopmariii rpyaHOi KIITKM Ta BHpPaXeHOro Kidockomiosy 6e3
CYITyTHBOTO KiCTKOBOT'O 00Jt0 4M KicTKOBUX Kpu3iB [64]. Tum Illc xBopoOu I'orme
XapaKTepU3y€EThCS PI3HOMAHITHUMH HEBPOJIOTIYHUMHU O3HaKaMH (BKIIFOYAOYH
riipouedainito), MOMYTHIHHSIM POTIBKH, KalblU(IKaLlIEl0 aopTH 1 CEpPLEBUX
KJIamaHiB, 10 TPU3BOAWTH JO 3aCTIMHOI CepIeBOi HEJOCTATHOCTI Ta IOSBHU
aApUTMIH.

[IpusHaueHHst pepmMeHTHOI 3aMicHOT Tepamii AiTsiM 3 xBopoOoto ['omme Tumis [
yu [II 1 HaABHICTIO CHUMITOMIB MO’E€ 3amo0IrTH PO3BUTKY CEPHO3HUX,
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HE3BOPOTHUX COMATUYHUX YCKJIAJTHEHb (aje He HEBPOJIOT1YHUX), SIKI MPU3BOASITH
710 1HBAIIAU3AIl] XBOPUX.

Pexomenpariii 3 11arHOCTUKH Ta BEJICHHS A1TeH 3 HEHEHPONaTUIHOIO (POPMOIO
xBopoOu ['omie OynM OHOBIIEHI MDKHAPOJHUMHU €KcmepraMu 3 xBopoou ['omre
KUIBKOX MEAUYHUX creniaibHocTel, po3pobieni The Belgian Working Group on
Gaucher Disease, Guidelines for diagnosis, treatment and monitoring of Gaucher's
disease. May 2016.

JIATHOCTHUKA XBOPOBHU I'OLIE

Revised recommendations for the management of Gaucher disease in
children. European Journal of Pediatrics (2013)

JiTH 3 HAsIBHICTIO CUMIITOMIB

Hiarno3 xsopo6bu ['omie y aiTeil 3 HasBHICTIO CUMIITOMIB BCTAHOBIIOETHCS Ha
OCHOB1 ICTOpii XBOPOOM, HJaHUX MEIUYHOrO OTrJSAy 1 JTaOOpaTOPHUX TECTIB,
MiATBEPKEHUX pe3yJibTaTaMu (DepPMEHTHOTO Ta/ab0 FreHETUYHOIO aHaJi3Yy.

B ictopii xBopoOu MarOTh criocTepiraTUCs 3AyTTs Ta TUCKOM(OPT B AUISHIL
’KUBOTA, paHHE HACHUYEHHS 1KCI0, BTOMA, TEHJCHIIIS JI0 TIOSIBU KPOBOTEY 1 CHHIIIB,
CIIOBUTbHEHHM a00 3araJbMOBAaHUM PICT AWTHHH, 00N B KICTKaX, HE3aJI0OBUIbHA
ycHimHicTh B mikojiai. CiMeHHHI aHaMHE3 TMOBHMHEH BKJIIOYATH iH(OpMAIliio mpo
HAsSBHICTh PIAHUX OpaTiB 4u cecTep 3 XBOpoOoro ['oire, KpOBHE CIOPITHEHHS,
€THIYHY TPUHAICKHICTh, MAaHUX MI0J0 OJU3BKUX POJUYIB 3 TINEPCIUICHIEO,
IIPOBEJICHY CIUICHEKTOMII0, HASBHICTh CIIOPIIHEHUX 3 XBOpoOoto ['omre marosiorii
— PpaHHBOI TOSBU CHUMIITOMIB, TOMIOHMX 10 XBopoOu IlapkiHCOoHa, XBOpOOH
Anbureitmepa [25, 36, 62].

ITix yac MEIUYHOTO OTJISATY OILIHIOITH AHTPOTIOMETPHUYHI J1aHi, 00CTEXKYIOTh
a0JOMIHANBHY JUISHKY, MKipy (OJimicTh, CHHII, TNeTeXii), OMOPHO-PYXOBUU
armapat, HEpBOBY CHCTEMY, ceplie Ta jereHi. [laapnariiro >kKMBOTa CIIiJl TOYMHATH 3
MaxOBUX JUISHOK, MO0 HE MPOMYCTUTH Kpall 3HAYHO 30UTBIIEHOT CEIE31HKH 1
nediHku. BiICYTHICTh HEBPOJOTTYHUX CUMIITOMIB B PAaHHBOMY JIUTSIYOMY Billl HE
BUKIIFOYA€ HASBHICTh HEBPOJOTIYHUX 3aXBOPIOBAHb, OCKUIBKH O()TaIbMOJIOTIYHI
CUMIITOMH MOXYTh BIIEPIIIE MPOSIBUTUCS 1 B MI3HHOMY TUTSYOMY BiIIi.

HeoOxinHo BUKOHATH aHAI3 KPOBIi, B IKOMY, HIMOBIPHO, CIIOCTEPIraTUMETHCS
aHeMis, TpPOMOOIIMTONIEHIS ¥, 1HOAI, JIeWKomeHid. Takox Moxke OyTH
HexapakTepHuil aedinut ¢akropy X, Skl 4acTo 3yCTpidaeThCs cepell €BpeiB
alnIKeHasl.

OcTaTouHU JiarHO3 BCTAHOBIIOETHCS MICIS BU3HAYEHHS PIBHS aKTHBHOCTI
KHCIIO1 b-rioko3uaasu (TITIOKoIepedpo3niasu) y JeHKoIuTax, MOHOHYKIIeapax,
¢i0pobmactax Ta/abo MPOBEACHHS MOJIEKYJISIPHOTO TEHETHYHOTO aHami3y.
Acmipartis i/a6o 0i0omcCis KICTKOBOTO MO3KY € 1HBa3MBHUMHU MaHIMYJISAIISIMHA 1 HE
PEKOMEHIYIOThCS JJIs BUKOHAHHS 3 JlarHOCTUYHOIO Metoro [12]. Tlamientam 3
tunoM III 1151 BeieHHS MOHITOPUHTY MPOTPEeCYBaHHs MATOJOrI Ciif 000B’A13KOBO
BU3HAYUTH ITIITUT 3aXBOPIOBAHHS.



https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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Komenmap poobouoi epynu: Bcmanoenenus oiacno3y xseopoou Iowe y
00pPOCIUX IPYHMYEMbC HA MUX CAMUX NAOOPAMOPHUX OOCHIOHNCEHHAX, WO 1 Y
oimeti. Ha momenm po3pobku Oanoi kniHiumoi Hacmaumosu 8 YKpaini €Ounowo
YCManosoio, 0e nposooumscs pepmenmodiacHocmuka xeopoou I'owe € llenmp
opgannux 3axeoprosanv HJ[CJI “OXMAT{UT”:

- BU3HAYEHHS AKMUBHOCMI 210KoYyepeOpo3udazu y Jetikoyumax Kposi abo
@ibpobracmax wxkipu (npu xeopobi I'owe pezyrbmam 00CNIONHCEHH CIMAHOBUMD
mernute 30 % 8i0 HopmanbHOI akmueHocmi pepmenmy);

- BU3HAYEHHS AKMUBHOCMI XiMompuo3uoasu (30i1bulenHs gepmenmamueHoi
axmusrocmi suwe 200 Hvonv/200uny/mn naazmu).

3a midcnapoonum knacughixamopom piokicuux 3axeoprosanb ORPHANET
xeopoba 'owe mae wugp ORPHA:355.

3pocTae KUIBKICTh [iT€H, Yy SKUX J1arHOCTYIOTh XBopoOy [ome B
JOCUMITOMHOMY Tiepiofi (3a A0MoMoror (epMEeHTHOTO 4YH MOJIEKYJISPHOTO
aHai3y) MUISXOM T€HETHMYHOIO CKPUHIHTY OaThKiB, MpeHaTalbHOI/HEOHATAIbHOT
JIarHOCTUKM B CHUIBHOTaX €BPEIB alllkeHasl abo 3a HasSBHOCTI XBOPUX POJMYIB.
CKpHHIHT J1130COMabHUX MOPYIIEHb CEPe/l HOBOHAPOKEHUX J03BOJIUTh BUSBUTH
1 iHIMX aiTeit 3 6e3CUMIITOMHUM TIepediroM 3aXBOPIOBAHHS.

Komenmap pobouoi epynu: B YVikpaini ckpunine ma xeopo6y Iowe ceped
HOBOHAPOOJCEHUX He NPosooumsbcs. Depmenmuuil ma/abo MOAEKYIAPHUL AHANI3

xeopodu ['owe y documnmomamuynomy nepiodi 8 Yxpaini 30ilicHIOEMbCS auuLe 8
L{enmpi opghannux 3axeoprosanv H/[CJI “OXMAT/IUT”.

MouiekynsipHUH aHai3 1 TeHETUYHE KOHCYJIbTYBAHHS

MonekynspHuil aHaii3 TeHy KUCIo01 B-Timroko3uaasu (TimrokomepeOpo3niasy,
GBA) pexomeHT0BaHO MPOBOJUTH KOXHIM TUTHHI 3 MIATBEPKEHUM J11arHO30M
xBopoOu ['ome (y TOMy dYMCI TICAs JIarHOCTHKHA XBOPHUX 3 BIJICYTHICTIO
CUMIITOMIB 3a JOMOMOTOI0 ()ePMEHTHOTO aHami3y), Mmo0 JAOMOMOTTH BIAPI3HUTH
HeHelponatuuny (opmy 3axBoproBaHHs (Tum [) Bil XpOHIYHOI HEHpONaTUYHOT
(tum IIT), K1 MOXKYTh MaTH OJJHAKOBUI KIIHIYHHIA mepelir B paHHbOMY TUTUHCTBI.
Xo4a TeHOTHUNOBO-(DEHOTUIIOBI KOpemsllii He € aOCOMIOTHUMHM, MPUHAWMHI OJHA
myTarliss N370S 3axwuinae Bii poO3BUTKY HEHPOMATUYHOTO TUITY XBOPOOH, B TOH Yac
SK IOHaWMeHIe oxHa Mytamis [L444P mMae TEHIEHINO A0 MOCHUJICHHS TSXKKOCTI
JaHO1 MmaTojorii. BuTkNIicTs mamieHTiB, K1 Oy AlarHOCTOBAHI i YaCc CKPUHIHTY
CIUTPHOTH €BpeiB amkeHasi, Manu myTtamnii N370S. Helipomatuunuii deHoTHnm
3a3BUYail TOB'S3aHUN 3 TOMO3HWTOTHOK a00 KOMIIAYHJHOI TE€TePO3UTOTHOIO
myTariero [444P ta D409H; nmani CTOCOBHO Opa3miIbChbKHX MAIlIEHTIB TaKOX
CB1JIYaTh, 110 Heiponatuuny (Gopmy xBopoOu ['ollie 31aTHA BUKIMKATU 1 MyTallis
G377S [6, 27, 61]. 3HaHHS PO TEHOTUIT XBOPUX MOXKYTh OyTH KOPUCHUMH T1]] Yac
MIPOBEJECHHS CIMEHHOIO CKPUHIHTY Ta MPEeHATaIbHOT J1arHOCTHUKHU.

batbkaM IUTWHU CHif 3apONOHYBATH TEHETUYHE KOHCYIBTYBAHHS JIiKaps,
[0 Mae€ JOCBiJ BEICHHS MallieHTIB 3 XBOopoOoro ['omie. Skmio miarHo3 OyB
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BCTAHOBJICHUI IUIIXOM CKPUHIHTY MEBHOI CIIUIBHOTH, T€HETUYHE KOHCYJIbTYBAHHS
HEOOX1IHO BUKOHYBAaTH N0 HacTaHHs BariTHocti. Ilapu, ne oOunaBa mapTHepH €
HOCISIMM MyTallli, IOBUHHI MaTW Ha yBa3l, 110 KOXKHA iX CHUIbHA AUTHHA MaTHME
pU3MK ycrmaakyBaHHS XxBopoou ['omie 25%. 3 mapamu, siKki € HOCISIMH MyTarlii
N370S, Haa3BUuallHO BAXKJIMBO MPOBOAUTH KOHCYJbTAIli CTOCOBHO IIMPOKOIO
CHEKTPY CUMIITOMIB 3aXBOPIOBAHHS Ta BUZHAYEHHS BIKY iX MEpPUIOTo MposiBy [74].

The Belgian Working Group on Gaucher Disease, Guidelines for
diagnosis, treatment and monitoring of Gaucher's disease (2016)

['eneTnyH1 0COOIMBOCTI:

* ['en rmokonepedposuaasu (GBA1) posramoBanuii Ha xpomocomi 1g21.

* [latorenni Bapiantu N370S, 1444P, 84GG, IVS2+1G>A mnpeacrTaBisioTh
BiAnoBiAHO 90% MyTaHTHHX aneneil y eBpeiB-amkeHasl ta 50-60% MyTaHTHHX
aneneit B oci® 3 XI' tuny I, sixki He € eBpesamu. OgHaK HETATUBHUU pe3yJbTaT
CKPUHIHTY Ha Il momwupeHi myrtanii He Bukiatouae XI'. Tomy B pasi cepito3Hoi
Mi103pU PEKOMEHYEThCSI CEKBEHYBaHHS BChOro reny GBA [7;8;9].

» [lomupenicte HociiictBa XI' B meBHUX mnomyisiisx (Hampukian, 1/18 B
€BpeiB-aIlIKeHas1) € BUCOKOIO .

= Myrartii o6ymMoBI00Th po3noail XI' Ha 3 Kiacu: Jerki, cepeaHi Ta TSKKI
(aynpoBi) wmyTtanii. TSKKICTP TEBHOTO TEHOTHIY Ba)XKO TiepeAdauuTH, a
PIAKICHICTD ~ JEAKUX  MYTaliii  poOUTh  KOpEJsAlil0  TeHOTHN-()EHOTHUI
CYIEepEwINBOIO.

» [Ipu weneriponomarnyHid XI” tuny I: Myramis N370S Oyna Bu3HaHa
JETIIOK MYyTalli€ro. Y TMallieHTIB IoHaWMeHne 3 onaHiero anemno N370S nHe
PO3BUBAIOTHCS HEBPOJIOTIYHI CUMOTOMH. [laIli€eHTH, TOMO3UTOTHI 3a MYTAIll€l0
N370S, wmaroTh OUIBII JErKMH KIIHIYHUK mepebir, HDK MallleHTH, sKi
reTepO3UroTHI 3a II€l0 MyTalielo. byian Tako omnucaHi Mami€eHTH 3 TEHOTUIIOM
N370S/N3708S, B sKUX HE BUHHUKAJIO KOAHUX CUMIITOMIB.

= B monmynsmii oci0, ski He € eBpesiMu, nomupeHicTs aneni N370S e
MABUIIEHOIO CEPEJT MOPTYTAJBIIIB Ta ICTIAHIIIB.

* [Ipu netipononatnuHid Gopmi XI', tuny III: mytarmis c.1448T>C (L444P)
HalyacTilme 3ycTpidaeTbesl cepen ImBemiB. [lamieHT, 1m0 MarTh MOHANMEHIIE
ollHy maTtoreHny mytaiito L444P, mignaroThcsi pU3UKy PO3BUTKY HEBPOJOTTYHUX
nopymeHb. ['omo3urotHicth 3a [444P — 1me reHOTHN, SKMH HaWdacTimme
acomiroeTsest 3 XI' 2-To TUMY 1 SBiIsSIE COOOI0 TSKKY MATOJIOTII0 3 MWMOBIPHICTIO
HEBPOJIOTIYHOTO MOPYIICHHS B YK€ MOJIOJIOMY Bimi. PinKiCHI T€HOTHIIH, TaKi K
romo3urotHicte 3a D409H Tta D409H/L444P, TakoX acoLilOBaIWCh 3 ILUM
dbeHoTHIIOM.

* ['omo3urotHicTh 32 D409H 3ycTpivaerbest pigko Ta siBisie cobotro miarum XI
3-ro tuny [10]. Jus mporo QeHoTHHy XapakTepHl Kanblu@ikailis cepueBUX
KJIalaHiB, 1llIeMi4Ha XBOpoOa ceplis, MOMYTHIHHS POTIBKM Ta CyIpaHyKJeapHa
o TaabMOIUIET1s1.

» [[punymenHs  Opo  TOKKICTh — HYJIBOBOI — MyTarlii,  HampuKIaj,
MyTallii 31 3CyBOM paMKHU 3UMTyBaHHA a0o0 pekomOiHaHTHHX anenet 84GG,
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IPYHTYETBCS HAa TOMY (PaKTI, [0 Y TOMO3UTOTHUX MAIIEHTIB 3 HYJIbOBOIO MYTaIlI€l0
3a3BUYail PO3BUBAETHCS TAKKAA (PEHOTUH W BOHM TMOMHPAIOTh i 4Yac
MpeHaTaJbHOro Mepiofly abo Ha TMOYATKy JKUTTS, OCKUIBKM TOMO3UTOTHICTD,
IMOBIPHO, HE CyMICHA 3 BUYKUBAHHIM/KUTTSIM.

= Kopesnsiiist reHoTUn/(peHOTUI € HE 30BCIM TOYHOIO, ajleé XapaKTepUCTHKA
Te€HOTHUITY Ma€ TEBHY MPOTHOCTUYHY I[IHHICTb.

= KimiHiyHa BapiaOenbHICTh BHUpa)XXEHHS XBOpoOM cepen OparTiB 1 cecrep
BUCBITJIIOE HEMOBHE PO3YMIHHA 1 MOXe OyTH TOSICHEHa T'€HEeTHYHUMHU
Moau(IKaTOpaMH, OAHAK LS TEOPisl BCE I11€ MOTpeOye MiITBEPIKEHHS.

= XBopoba [lapkincona (XII) Ouiblll MOUIMPEHA Yy TETEPO3UTOTHUX HOCIIB
myTaiii B reni GBA nopiBHsHO 3 3araipHOI0 nomyJssiuiero. MyTtanii B reni GBA,
okpiMm N370S, acowiroloTbcs 3 NIABULIEHUM  PU3UKOM  po3BUTKY  XII
[51;53:;54;55;56]

* V jeskux maimieHTiB 3 jgedinuroMm camno3uHy C crocTepirajiach aTuioBa
dopma XI' 3 HOpMaTBEHOI AKTUBHICTIO TIIFOKOILIEpEOpo3uaa3u. Y JAesSKUX Malli€eHTIB
3 nedimuTom akTuBaTOopa (EPMEHTIB OyJaM BHSBIEHI CKIAJIHI Te€TEPO3UTOTHI
myTairii B reai PSAP [11]

Komenmap pobouoi cpynu: Biomiveno, wo 40,4% (61/124)mymanmmux
anenie eena GBA y nayienmie 3 xeopoborw [owe 6 Ykpaini maromv pioxicHi
nepebyoosu, fKi 3ycmpiuanucb 6 nooouHokux eunaoxax. Cymapna uacmoma
maxcopuux mymayiu p.N409S ma L483P ecena GBA 6 Vkpaini nuxcua 3a
cepeonvoegponelicoky i cknaoae 50,8% (63/124) 6io ycix ioenmugpikosanux anenis.
12,9% sapianmis cena GBA y nayienmis 3 xeopoboio [ owe 6 Ykpaini cmanogunu
peKoMOiHaHmHI  aneni, sAKi YMEOPUIUCL BHACAIOOK KOHBepCii NOCAI008HOCHII
@DYHKYIOHANbHO2O 2eHa [ 8UCOK020MOI02TYH020 ncegdo 2ena GBAP. Busenena
BUCOKA NOPIBHAHO 3 OAHUMU [HUUX €BDONEUCLKUX OOCHIOHUKIE 4acmoma MiCeHC-

3amin p.R1S9W ma p.G416S(no 4,8%)[1].

Revised recommendations for the management of Gaucher disease in
children. European Journal of Pediatrics (2013)

[TouaTkoBe OOCTEKEHHS XBOPUX 3 MIATBEPKEHUM JIIarHO30M

PerenpHa nepBUHHA OIIHKA CTaHY 3JI0POB’ Sl MAa€ BAXKJIMBE 3HAUYCHHS IS BCIX
JiTEH 31 BCTAHOBJIECHHUM JIIarHO30M XBOpoOW ['omie, HaBITh SKIO MAaTOJOTISA
3HaXOMUThCS B gocuMmnToMHoMy Tmiepiomi (omatox 1). OOcCTekeHHS BKIIOYAE
aHaI3u KPOBi, BU3HAYCHHS 00’ €MY CEJE31HKH Ta TIEYIHKH, OIIHKY 3aXBOPIOBAHb
KICTOK.

AmnHani3 KpoBi

JlaGopaTopHi MOCHIIKEHHS MalOTh BKIIOYATH PO3TOPHYTHUH aHali3 KpOBI,
BUBYEHHSI (PYHKIIII MEYIHKM Ta HUPOK, BU3HAYEHHS PIBHS IHIIUX OlOMapKepis.
Cepenl MOXKJIMBUX aHOMaJT1il MOKe 3yCTpPIYaTUCS BUCOKUN PIBEHb IMyHOTJIO0YJIIHIB
[70], HuM3BKHMM piBeHb XojectepuHy, ocobnuo JIIIBIL [15], 30irbimeHuit
nporpoMOiHOBHil yac (cnoctepiraerbcsi y 30 % mnaimieHTiB), MiABUIIEHUN pPIBEHb
OlomapkepiB (xitorpuosunazu, CCL18, tapTpaT-pe3uctenTHoi kucioi ¢pocdarazu



https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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(TPK®) Ta anrioren3un-neperBoprorouoro pepmenty (AIlD)). YV npubauzuo 6 %
oci0 He eKCIpecyeTbcsl XITOTpuo3uaasza (PepMeHT, 10 CEeKPEeTyITh AKTMBOBaHI
Makpodaru, KUl Tiaposizye TpUcaxapuau, OTpUMaH1 3 XITHHY) 4epe3 HasBHICTb
HYJIbOBOI MyTallli B T€H1; Y J€SKUX YaCTUHAX CBITY, Hanpukiaj, TaliBaHi, mogioHe
ABUIIE crocTepiraetbes mpuomu3zHo B 30 % cepen momymsmii [8]. Jus Takux
naiieHTiB 3 xBopoOoto ['omie mocmimkenns 6iomapkepiB AIID ta TPK® xopucho
BUKOHYBAaTH TiJ 4Yac TMpOBEACHHS Oe3MepepBHOTO MOHITOPUHIY IPOSBIB
3aXBOPIOBAHHS Ta BUBYEHHS €()EKTUBHOCTI TEPANIeBTUYHOTO BTpy4yaHHs [8, 34].

Komenmap pooéouoi cpynu: B VYkpaini 3 nepeniky pexomeH008aHux
biomapkepie BU3HAUAEMbCA JUWEe PIGeHb XIMOMPUO3Uddasu 6 Nia3mi Kpoei.
Obcmedrcenuss npogooumuvcst 6 aabopamopii Llenmpy opgannux 3axeoprosams
HJ[CJI « OXMAT/[UTy. Tam osce nposodumscs ioenmupixayisn mymayii 24bp y
2EHI XIMOmpuo3uoasu, AKa nNpuzeooums 00 GIOCYMHOCMI XiMOMpuUo3uoa3Hoi
aKmueHocmi 8 NAAsMi Kpo8i, WO MOodce CHPUYUHUMU XUOHO He2amueHy
diacnocmuxy xeopodu Iowe. [Ipogedeni 00cCniONCeHHs NOKA3AIU, WO OPIEHMOBHA
yacmoma HYAb080i Mymayii 6 2eHi Ximompuo3uoazu y HaceleHHs YKpainu
cmanosumv 10,1%. Lle 00600umv HeoOXiOHICMb NPOBEOEHHS MONEKYVIAPHO2O
00CNIOJHCEHHS HAABHOCMI Yi€l Mymayii.

[lepen moyaTkoM JTIKyBaHHS PEKOMEHIYEThCS BiIIOpaTH MOYATKOBUN 3pa3o0kK
cuUpoBaTkH (3 mi1), AKUil y MallOyTHHOMY CIIYTyBaTUME KOHTPOJIBHUM CTaH/IapTOM,
Ta 30epiraTu Moro y 6aHky KpoBi npu Temmeparypi -70°C. ¥V BUmaaKy MosiBU B
MaOyTHROMY TIOOIYHMX peakimii micias QepMeHTHOT 3aMicHOT Tepamii uH
NPOBEACHHS 1HIIMX AaHANI31B/JOCIIKCHh YK€ BaKJIMBE 3HAUCHHS Mae
MO>KJIMBICTh BU3HAUCHHS ITOYATKOBOT'O PIBHS aHTUTLI B CHPOBATIII XBOPOTO.

O11iHKa CceNe31HKHU, NEYIHKU Ta KICTOK

3a 0mOMOrorw MarHiTHO-pe3oHaHcHoi Tomorpadii (MPT) HeoOximHO
JTOCHIIUTH 00°€éM Ta 1H(LIBTpAIil0 Cele31HKHA 1 TMe4iHKW. 3a BiacyTHocti MPT
TIEBHE YSABIIEHHS PO PO3MIp OpraHiB Moke natu Y3/ (MeHI TOYHUI METO).

OmiHkKa KICTOK B i7ieaji Ma€ BKJIIOYATH BHUMIPIOBAHHS HIUILHOCTI KiCTKOBOI
TKAaHWHHW, BHUKOHAHOI  pa3oM 3  JIBOXCHEPreTUYHOIO  PEHTTECHIBCHKOIO
JICHCUTOMETPIEI0  (ABOXEHEPTETHYHOI0 PEHTICHIBCHKOIO abcopOiioMeTpiero -
JEPA) ycpboro Ttina, momepekoBOro Bimaury xpebta Tta/abo crterna, MPT
MOTIEPEKOBOTO BIIUTY XpeOTa 1 CTETHOBUX KiCTOK.

Komenmap pooouoi epynu: B 38'a3xy 3 o00Mmedcenicmio pecypcHo2o
3abe3neueHHs 0B80XeHepeemU4YHa PeHMeeHIBCbKa OeHcumomempis 6 Ykpaiui
BUKOHYEMBCST 0OMEHCEHO.
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The Belgian Working Group on Gaucher Disease, Guidelines for
diagnosis, treatment and monitoring of Gaucher's disease (2016)

Ta6auusa 1. AnroputM mnpoBeneHHsS crnenuiyHOl J1arHOCTUKUA XBOPOOU

I'owre I Tumy

HocaigxyBanui Meton
NMOKA3HUK

CKpHUHIHT

Merton «cyxoi msiMu [Iporouna ¢uyopumerpis
kpoBi» (CIIK) mst Tannemua mac-
BUMIPIOBaHHS CIEKTPOMETPIs
aKTUBHOCTI (DEpPMEHTY
rIIoKoLepeOpo3uiasu
Axwmo pezynsraT DBS
HEraTUBHUM, ajie
NPUCYTHI KIIIHIYHI
CUMIITOMH —BUKOHATHU
NOBTOPHUH aHAII3 Ha
JICHKOIIUTAaX KPOBI.

Jiarnos

BumiproBanus B neiikonurax KpoBi UM
akTUBHOCTI  (hepmeHTy | GiOpobiacTax mKipu
TITIOKOIIEpeOpO3HIa3H

Busnauenus MyTarii
rEeHIB

Ilepebir xBopoou

AKTUBHICT,  (epmenTy | B nefikomurax KpoBi
XITPOTPHUO3HIA31

Komenmap pob6ouoi

epynu: Memoo «cyxoi naamu xposiy (CIIK) He €

niomeepodicyiouum Oiaenoz XI' nabopamopuum obcmediceHHAM 1 nompebye
noo0aIbLUWO20 1AO0OPAMOPHO20  OOCHIOJNCEHHA 3 PemenlbHUM CHIBCMABIEeHHAM
KMIHIYHUX CUMNMOMIE ma 1aO0pamopHux pe3yivmamis.
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Kpurepii kiainiynoi kiaacuikauii:

Tadaumua 2a. [lopocni 3 xBopoGoro ['ome Tumy I:

KpUTepli KIIHIYHOT

Kiacudikarii
Cryninb TszkkocTi Jlerka IlomipHa Tsoxka
[IpunaiiMHi oquH 3 (OJIMH 3 HACTYITHUX
HACTYIHHUX, aJIle HE |[KPUTEPIiB
TSOKKUX, KPUTEPI1iB
Tepamis JluHamivHe 30 On/kr/2 Twxkni |60 On/kr/2 THXKHI
CIIOCTEPEIKECHHS B/B* B/B*
["emorno6in (/) >100 >80-x-<100 <80
TpomOonuTu (MM3) >100,000 50,000-100,000 <50,000
Po3mip nedinku <1,25 1,25-2,5 >2.5
(MN*#)
(BoJOMETpUYHA
MPT uu KT)
Po3mip cene3inku <5 5-15 >15
(MN*##)
(BoJIFOMETpUYHA
MPT uu KT)
YpaxkeHHs ckeneTa binb B KicTKax XpoHIYHUH OLTb B
KiCTKax
MarsiTHO HopmanbHe/He3HauHe|3HAUHE 3MEHIICHHS [3HAYHE 3MEHIIECHHS
-pe30HaHCHA 3MEHITICHHS IHTEHCUBHOCTI IHTEHCUBHOCTI
tomorpadis (MPT) |[iHTeHCHBHOCTI curHany Ha T1/T2  |curnany va T1/T2
(mepeBaxuuii metomjcurnany va T1/T2 ~ MPT MPT
Biyamizamii)***  [MPT KicTkoBuit Kpu3
JIBoxeneprernuna |Jlerka ¢popma [Tomipnaa popma
PEHTIeHIBChKA octeorneHii (MILIKT: |ocreonenii (MILIKT: |OcTeonopo3
aOcopOmioMeTpis  |[Z-moka3HUK He Tipiie [Z-nmoka3Huk Big -1,5 (MILIKT: Z-
(IEPA) -1,5 SD) o -2,5 SD) MOKA3HUK Tipiie -2,5
SD)kpu3
OrnsgoBa Jledopmarrist kicTku  |bescumnToMH1
peHTrenorpadis 3a TUTIOM KOHIYHOT  |TUTSTHKHU
koiou Eprnenmeiiepa [aBacKysIsipHOTO ABacKyJIsIpHUU
HEKPO3y Hekpo3 (ABH)
[laTonoriuui
MIepPEeIOMHU

3amiHa cyrioba(-iB)
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KiCTKO.BI/II\/'I MO30K | Fy>23% F; <23 % F; <23 %

(1)p2121§11151 Kupy (momynsis

(Fy) 3JI0POBHX 0Ci0:

Meron: 27% <F; <55%)

Xitorpuosunaza* | <15,000 (a6o >15,000 (abo >15,000 (abo

Glokl) <7,500 y HOCIiB >7,500 y HOCIiB 7,500 y
XiTOMYyTaIlii) XiTOMYyTaIlii) HOC11B

XITOMYTAIlli)

* MbXHapOJHO BU3HAHI JI03U OJMHHMIISL, IIEpOpaibHa Teparis: JUB. i
** MN: 1OpiBHIOE HOPMaJBHOMY PO3MIpY.
*** YpaxkeHHs ckenera 3a ominkoo MPT: B (nuB. JlomaTok 7)
*#** KBX3: KinbKiCHA Bizyalti3allist XIMiYHHUX 3CYBIB.

Ta6auusa 2b. [litu (no 18 pokiB) 13 xBopobow [ome Ttumy I: momatkosi
KpUTEPIi ISl KIIHIYHOT Kiacudikaiii

TsoxKiCTh Be3 nposBiB 3 nmposiBaMu XBOpOOH
XBOpOOHU
[TomipHa Tsxka
Tepamis JlnHamiune 60 Ox/Kr*** 60 Ox/kr***
CIocTepeKeHHs *
I'emorno6in (r/m) | 100 Ha 20 r/n binbine HiX Ha
HIDKYE BIA 30 /71 HUKYE Bijg
HIJKHBO1 MCIK1 MEHIIIE HIKHBOI
BIKBO1 HOpMH MeX1 BIKOBO1
HOpMU
TpombGormra (/mMm’)| >100,000 50,000-100,000 <50,000
Po3mip meuinku <1,25 1,25-2,5 >2.5
MN**
Po3mip cenesinku | <5 5-15 >15
MN**
YpaKeHHs CKeleTa
CumnromMu - - (Xponiunwuii) 0i1b y
KICTKaX, KICTKOBUH
Kpu3 (3a3BUYal
HETMPABUIHLHO
TTIarHOCTY€EThCS SIK
OCTEOMIEIIIT)
OrnsimoBa Jledbopmaiiist KicTku  |be3cUMIITOMHI ABacCKyJISIpHUN
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<7,500 y HOCIiB
XiTomyTarrii)

y HOCI1iB
XiToMyTaIrii)

peHTrenorpadis 3a TUIIOM KOHIYHOI  |IUTIHKHU Hekpo3 (ABH)

kos10u EpienmMeliepa [aBacKyJIsIpHOTO [TaTosoriuni

HEKPO3y nepesioMu
3amiHa cyrioba(-iB)

MarsitHo- HopwmanbHe/He3HauH [3HaYHE 3MEHIICHHS |[3HAYHE 3MCHIICHHS
pe30HaHCHA € 3MCHILICHHS IHTEHCHUBHOCTI IHTEHCUBHOCTI
tomorpadis (MPT) [iIHTEeHCHBHOCTI curHany Ha T1/T2  |curnany na T1/T2
(4-6 pokiB) curHany Ha T1/T2  MPT MPT

MPT KicTkoBuil Kpu3
JlBoxenepreruuna |[Jlerka ¢opma [TomipHa gpopma Ocreonopo3
PEHTIeHIBChKa octeorneHii (MILIKT: jocteonenii (MIIKT:(MIIKT: Z-
abcopO1ioMeTpiss  [Z-MOKAa3HUK HE Tipiie|Z-MoKa3HUK Bi -1,5 [MOKa3HUK ripiie -
(AEPA) (Bim 4 -1,5 SD) o -2,5 SD) 2,5 SD)
POKiB, OCOOJIMBO B
nepioJ] CTaTeBOro
03piBaHHS ***)

Pict [Tomiphue CepiiosHe
YTIOBUIbHEHHS YIOBUIbHEHHS
pocty HUXK4eE -1 pocty
/Bulie -2 SDe*** BUIIE -2 SDCe***

Xitorpuosunasza® | <15,000 (abo >15,000 (a6o 7,500 | >15,000 (a6o 7,500

Yoo
HOCIiB
XiToMyTaIlii)

*

sk
sksksk

OCKIUTBKH KpUTEpii BIAIIKOAYBaHHS B JaHWHN Yac HE JO3BOJSIOTH JIIKYBAHHS B IIMX BUIAIKaX
MN: JlopiBHIOE HOPMATEHOMY PO3MIipy
OCKIUTBKA 301TBIIIEHHS MacH KICTKOBOI TKaHWHH 3a gornomoru @3T e HaiOumbIn eheKTHBHUM Yy

MOJIOINX TIAIII€HTIB,IIO Tepeadadae CTBOPEHHS TEPAIEBTUYHOTO BiKHA JUTSI HAWKpamiol eeKTUBHOCTI y
IiTeld TIpH 3aCTOCYBaHHI BHCOKOAO30BOI Tepamii B med KPUTHYHWI Tepiof, KOJIH 3pOCTae IMiKOBa
MiHepalibHa MUThHICTh KICTKOBOI TKAHWHHU.

skekskok

3picT Matepi/2; XIOmIuKH = 3picT 6aThka + 3picT MaTepi +13 cm/2

Taoauua 2c.

Jlopocai/mitu:

JIONATKOBI1

KJIIHIYHI

YpaKeHHS, 10 MOTPEeOYIOTh Teparnii y BUCOKUX J103aX

KpuTepii

SD: cranmapTHI BIAXWJIEHHS Bil CEpemHBOTO 3pOCTy OaThKiB (miBuaTa = 3pict O6aTbka - 13 +

TAXKKOI'O

TINepTEH3110

e IloctrpancdysiiiHa 3aJ1€KHICTD

ITouatkoBe Haiignmmit pusuk
n03yBaHHS * 60 Ox/Kkr K0XHI 2 THXHI BHYTPIITHOBEHHO
Kpurepii puzuky HasBHICTH 01HOTO 200 KUTBKOX 13 HACTYITHUX CUMITTOMIB:

e CUMINTOMATUYHI 3aXBOPIOBAHHS CKEJIETY
e YiTke MOpYIIECHHS SIKOCT1 JKUTTS uepe3 XBopoOy [omie
e 3axXBOPIOBAaHHS cepls 1 JereHb, BKIIOYAIOUU JIETECHEBY
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® TsKK1 3aXBOPIOBaHHS NEYIHKU
- di6po3 (yneTpacoHorpadis,
tomorpadist, MPT)
- [lopranbHa rineprensis
® TspKKI 3aXBOPIOBAHHS CENE31HKU
- IloBToproBaui it 00wIKMpPHI 1H(DAPKTH
- Mexaniuauii guckoMdopt
e MoHokIoHanbHI OiNKKM Yy KpoBi abo ceul (xoua ix
HasBHICTh, SK 1 TOJIKJIOHAJIBHUX OUIKIB, YacTO HE
NOB’si3aHl 31  CTyYHEHeM  TSDKKOCTI  XBOpPOOM).
CrnieHeKkToMis  MOXE  pO3MJISAaTHCh  SIK  METOJ
BUKJTIOYEHHS TOOJMHOKUX BUMAIKIB JIIM(OOMU TUIBKH Y
pa3i HasIBHOCTI O3HAK JIMPOMH y 1HIIMX MICIIX abo y
pasi BIACYTHOCTI peakirii cene3inku Ha MPT).
® byib-AKi CyNyTHI MEIUYHI CTaHW, U0 CHPUSIOTH
NOJAJBIIOMY YCKIAAHEHHIO XBopoOu [ome, abo ix
O3HAKH T4 CUMIITOMU

KOMIT FOTEpPHA

* Yei pekoMmeHallii 100 TOYaTKOBOI JI03M MalOTh KOPHUT'YBATHCh B I1HJMBINyadbHOMY IOPSAKY, B
3aJIeKHOCTI BiJl KIITHIYHOT peakIii Ta JOCATHEHHSI METH JIiKyBaHHSI.

PEKOMEHJAILIT

XBOPOBOIO I'OLIE

OJ0 JIKYBAHHSI TIALICHTIB 3

Tadoauua 3. opocni i3 xBopoGoro ['ome tumy [: pexomeHmamii 110110
JiKyBaHHS B paMKax epMeHTHOI 3aMicHOI Teparrii (O3T)

Tsoxkuit cTymiae (AuB. KiacudikaiiHy TaOauIro 2a)

MoXIuBe KOPUTYBAHHS

YMoBH

1034
e [loctymose

miaBuIeHHs Ha 30
On/kr KOXHI 2 THXHI
BHYTPIIIHbOBEHHO.
Kpame 1 pa3 Ha 2
THKHI

e  BincyTHICTh MOKpAIIeHb Yepe3 6 MICAIIB IMiCIs
npoBeacHH 3T (koxkHI 2 THXHI BHYTPIIITHHOBEHHO)
JUISl HEKICTKOBHUX 3aXBOPIOBAHb

e  BincyTHICTh 3HAYHUX TOKPAIICHb BiJICOTKOBOTO
BMICTY JKHPY Y KICTKOBOMY MO3KY (o1tinka QCSI -
KUTBbKICHA Bi3yasi3ailis XiMI9HHUX 3CyBiB) uepes 12
MicsmiB micis npoBeaeHHs O3T. V marfieHTiB, y SKUX
MTOYATKOBUM BIZICOTKOBHUM BMICT KUPY CTAHOBUTH MCHIIIC
23 %, 11ei MOKa3HUK Ma€ MiJBUIIUTHCH TAKUM YHHOM,
00 MPUHAWNMHI TIEPEeBUIUTH 3a3HAYCHUH PiBEHB. SIKII0
IIOYaTKOBE 3HAYCHHS BiKe € BUIIUM Bifg 23 %, MeHIIe
MIJBUIIIEHHS a00 cTa0LI13a11isi MOXKYTh BBAXKATHCh
JIOCTATHIMU.

e  BiaCyTHICTh 3HWKEHHSI XITOTPUO3K1a34 200
3HMKEHHS 11 MeHIe 15 % depes 12 MicsiiB micis
npoBesieHHss O3T.

e [locTymoBe

e Yepes 6-12 micAIiB micys OLIHIOBAHHS y MAIlIEHTIB,
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3HMKEHHA 1034 Ha 30 | 1110 HE MaIOTh TSKKHX KICTKOBUX 3aXBOPIOBaHb, 13

On/kr K0XHI1 2 THXHI NOMITHUM MOKPAILEHHAM IeéMaToJIONYHUX MapaMeTpiB 1
BHYTpIIIHbOBEHHO a00 | remarocruieHoMeranii (KT abo MPT)

MEHII YacTi iHDy3ii: Ta | ® YV BUNaAKaxX TSHKKUX KICTKOBUX 3aXBOPIOBAHb UEPE3

camMma 103a KOXKH1 3 5 pOKiB 1 Mi3HilIIE, SIKIIO M Yac A1arHOCTUYHOTO
THXKHI NPOTAroM 2-3 CKaHyBaHHS BUKJIIOUWIH Oy/Ab-sIK1 MOAAIIbIII

POKiB, 3r0JIOM Ta camMa | YCKJIQ[HCHHS a00 OyJI0 BUSIBJICHO HAsSIBHICTh 3HAYHUX
71032 KOKHI 4 THKHI* ypakeHb KICTKOBOI TKAHUHU*

bichochonaru** e [IpusnHauenus 6ichochoHaTiB BHYTPIIHBOBEHHO
bicpocdonaru PEKOMEHTY€E€ThCS MICIHISI TIEPIIOTO POKY MPOBEACHHS

BHYTPIIIHbOBEHHO Tipu | D3T**,
TSOKKUX YPaKeHHSIX
KiCTKOBO1 TKAaHUHH

[Tomipuwmii cryninp (AuB. KIacu@ikaliiny TadauIo 2a).

MoXJIMBE KOPUTYBAHHA | Y MOBU

031 e  BincyrHicTh mokpaiieHs uepe3 6 MiCsSIIB MiCs

e [loctymose npoBenieHHd 3T (KoxH1 2 THKHI BHYTPIIITHLOBEHHO)
iIBHUIIEHHS J03H Ha JUTS. HEKICTKOBUX 3aXBOPIOBAaHb

30 On/kr koxH1 2 e  BincyTHICTh 3HAYHUX MOKpPAIEHb BiJICOTKOBOTO
THXKHI BMICTY JKHPY Y KICTKOBOMY MO3KY (o1inka QCSI) uepes
BHYTPIIITHHOBEHHO 12 micsiuiB micns npoBeneHHs @3T. V naiieHTis, y SKkux

MOYATKOBUM BIJICOTKOBUM BMICT KUPY CTAHOBUTH MEHIIIE
23 %, 1el NOKa3HHUK Ma€ IMIIBHIATHCH TAKUM YHHOM,
00 MpUHANMHI IEPEBUILIUTH 3a3HAYCHUHN PiBeHB. SIKIIO
[I0YAaTKOBE 3HAUYEHHS B)KE € BUIIUM BiJ 23 %, MeHIIe
MiBUIICHHS a00 cTabiIi3a1lisl MOKYTh BBa)KAaTHUCh
JIOCTATHIMH.

Jlerkuii ctyninb (quB. Kaacudikamiiay Tadbauiro 2a).
®3T He NpOBOAUTHCS, AJI€ PETEIbHUM MOHITOPUHT € KIIFOUOBHM.

Komenmap poobouoi zpynu: 3 memorw NOKpAweHHs SAKOCMI HCUMMSL
nayienmie 3 XI' moociueo 3sminumu KpamHocmi iH@y3ii 31 3acmMoCcy8aHHAM
cymapHoi 0osu npenapamy, nicis cmaodinizayii OCHOBHUX KIIHIYHUX MdA
N1aO0PAMOPHUX NOKAZHUKIB.

Pexomenoosane 6 nacmanosi BELGIAN EXPERT OPINION FOR
DIAGNOSIS, TREATMENT AND MONITORING OF GAUCHER'’S DISEASE
2016 poxy 3acmocyeanms Oigpocponamise 6 nikysanui msockoi gopmu XI' 6
Vkpaini ne nposoounoce. Poboua epyna pekomeHOye IHOUBIOYanbHull nioxXio y
npusHauenti oigpocchonamie npu msasickomy nepeoiey XI' 3 ypasceHHAM KiCMKOBOi
MKAHUHU He paniwe, Hidc uepe3 pik 6i0 nouamky D3T. B Vipaiuni off lable

bighocchonamu 3acmocysanuco npu HedoCckoHanromy ocmeozenesi (http://www.mif-
ua.com/archive/article/34331).



http://www.mif-ua.com/archive/article/34331
http://www.mif-ua.com/archive/article/34331

22

Taoauua 4. itu (no 18 pokiB) 13 xBopoOoro ['omie: pekomeHAalii 1moa0

JKYBaHHSI

o . P
Hemneiiponatuuni popmu y aitei

TDK, IO 1 AJIA AOPOCJINX, i3
HACTYITHUMHM 3MIHAMU

TspkKUi CTyNiHB

60 Op/Kr KOXHI1 2 THXKHI
BHYTPIIIHBOBEHHO

JI71st KOpUryBaHHS 3arajibHOTrO TSXKKOTO
YNOBUIbHEHHS TEMIIB 3pOCTaHHS

["octpi HeilponaTuyHi popMu

[cHye y3ropkeHa n1ymMKa 1mo/10
BiJICYTHOCTI €(DEKTUBHOCTI 1 JIIKYBaHHS
€1 TPYyNH, 32 BUHATKOM,
CUMIITOMAaTHYHOI Tepartii.

@3T € O6e3ycnilIHUM METOJOM
JIKYBaHHS HEBPOJIOTTYHOT
HEJ0CTATHOCTI, SIKa TPAIUIIE€THCS MPU
rocTpiit HeliponaTuyHii Gopmi XBopoOu
['ome.

XpoHiuH1 HelponaTuyHi popmu

- (min.) 60 On/Kr KOXHI 2 THXKHI
BHYTPIIIHBOBEHHO Y SKOCTI
JIOBrOCTPOKOBOI TPUBAJIO1 Tepanii

TpancrnanTalis cToBOypOBUX KIITHH

13 mpoBeieHHsAM/0e3 poBeeHHsT D3 T

®3T € epexTuBHUM 1 O€3TICUHUM
METOJIOM JIIKyBaHHSI HE HEBPOJIOTTUHUX
CUMIITOMIB IIPU XPOHIYHIN
HerponatuyHiit popmi. Epext @3T Ha
HEBPOJIOT14H1 CUMIITOMHU HE3PO3YMUIHIA.

Komenmap pobouoi epynu: Kniniunux 0ocniodicenv Ol NOPIGHAHHS
egpexkmuenocmi TCK 3 inwumu memooamu (D3T uu cybcmpam-pedykyroua
mepanisa)  He  Npogoounocv.  Tpancnaiaumayis ~ cmogoOypoeux  KIiMuH
BUKOPUCOBYBANACL K 3AMIHA 3A2ATbHONPUUHAMUM Memooam JIKYB8AHHA Y
MANCKUX BUNAOKAX NPU GIOCYMHOCMI O0OCMYNY YU HeeheKMUBHOCMI JIIKYBAHHS.
Bona 0obpe nokasana cebe npu nikysauti Helpononamuyrux goopm xeopoou I owe
3 cmabinizayiero Hegponociunux nposeis. Ane suxopucmanus TCK € obmedicenoro
yepes MANCKICMb mMa CKIAOHICMb NPOBEOEHHS Npoyeoypu, CMepmuicmo,
VCKIAOHeHHs npoyedypu ma 8i0CYmHICmb 00CHMYNHUX OOHOPIE.

Revised recommendations for the management of Gaucher disease in
children. European Journal of Pediatrics (2013)

depMeHTHA 3aMiCcHA Teparis

PesynbraTom (depmeHTHOT 3aMicHOI Teparii € po3MIEIUICHHS HAKOTTHMYEeHOTO
TITFOKO3WIITIEpaMiy Ta TOJIMIIEHHS a00 HOpMallizallis BiClepaTbHUX, KICTKOBUX
CUMIITOMIB 1 3pOCTaHHS AUTHHHU. B OUIBIIOCTI JiTepaTypHHUX HKEpeN OIMMCAHHMA
edext pepMmeHTHOI 3amicHOI Tepamii 3 BuKopucTaHHsIM anrmorepasu (Llepemnasza
(Ceredase®), Genzyme Corporation) — TIIFOKOIEpeOpO3UAa3H OTPUMAHOI 3
JOJICHKOT TJIAlIeHTH, 110 BIUIMBA€E Ha Makpodary, 1 ctana JocTynHow B 1991 poi
— Ta 11 pekoMOIHaHTHOTO HacTymHuKa, iMirmonepasu (Llepesum (Cerezyme®),
Genzyme Corporation), sika 3acTocoByeTbcst 3 1994 poky. AnprepHatuBHa dopma
PEKOMOIHAHTHOI JIFOJCHKOI TJIOKOIEpeOpo3uga3 — Belarjioiepasa aibda
(BITPIB (VPRIV®), Shireplc) — noctymna 3 2010 poky [22,71]. Tpers
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pekoMOiHaHTHa (opma JIOJCHKO1 TIIOKOIepeOpo3naa3u — Taliriionepasa aibda
(Pfizer/Protalix BioTherapeutics, Inc.) orpumana cxBanenuss FDA (YopasiiHas 3
CaHITapHOI'O HArJISIAY 3a SKICTIO XapyoOBUX NPOAYKTIB Ta MenukameHTiB CILIA) B
tpaBHi 2012 poky [72].

KoxH1il [uTHHI Ta OIITKY 3 HasBHICTIO CUMITOMIB XBopoOu ['omre crmif
MpU3HAYaTH PETYJISApHI BHYTPIIIHBOBEHHI 1H(QY311 (epMEHTHOI 3aMICHOI Tepamnii.
ITokazanns 70 modatky (EpMEHTHOI 3aMICHOI Tepamii y JiTeid 3 HasBHICTIO
cumnroMiB (JlogaToxk 3).

Jlo3y miaOuparoTh IHAMBIAYaJIbHO BIAMNOBIAHO /O KIIHIYHOTO CTaTycy
namieHTa Ta Horo MOJEKyIsIpHUX MOKa3HUKIB. PekoMOIHaHTHI (pepMeHTH TOCTYIIHI
B OutbIn HIXK 80 KpaiHax CBITYy, BKIIOYar04u BCO €Bpomy. OCKIIBKY JIIKYBaHHS €
IyXKe TOPOTUM, TPOIIEAYPH BiIIIKOTYBaHHS BHTPAT, CXEMH Ta JO3H MOYATKOBOTO
JIKYBaHHS BIAPI3HAIOTBCS y pi3HUX perioHax. [lim yac KOXXHOro MeIUyHOro
OTJISITy BUMIPIOIOTh Bary AUTHHU Ta MPU3HAYAIOTh BIMOBIAHY KUTBKICTh OJUHHUITH
npenapary Ha kinorpam macu Tina. I[locTiiiHa kateTepu3aiiisi BeHU HE MOTpPiOHA,
BUKJTIOYCHHSMH € BHITQJKUA YCKIIAIHEHOTO JOCTYITYy A0 BEHH UM BHPAXXCHUN CTpax
JUTUHU TIepell 1H €KILI€I0 HaBITh MICHsS TMONEPeAHbOTr0 OOpOOJIEHHS UIKIpU
MICIICBUM aHECTETUKOM, HAIPUKJIA] JTiI0KaiHOM.

TunoBuii pe3ynbTaT (GepMEHTHOI 3aMmiCHOI Tepamii y IiTed JeMOHCTpYE
CYTTEBE 3MEHIIICHHSI PO3MIPIB CEJIE31HKH 1 MEYIHKU, a TAaKOXK Perpeciio aHemii Ta
TpoMmbonuToneHii. JlaHi JOBroTpUBAJIOTO CIOCTEPEKEHHS 3a 884 IITbMH, IO
sairydeHi 10 Peectpy mamienTiB 3 xBopoOoro ['ome (ICGG Gaucher Registry), 1 siki
OTPUMYBAJIM aJTIIIOIEpa3y/IMITIIIONEepasy, MOKa3ad, 10 OUTBIIICTh MO3UTHBHUX
3MIH T€MaTOJIOTIYHUX T[OKAa3HUKIB Ta MPUOJMU3HO TIOJIOBUHA TMOKpAIIECHb
opraHoMeraiii 3ad)iKCOBaHI TPOTATOM IIEPIIOTO POKY JIIKYBaHHS, MPH I[bOMY
napaMeTpu TPOJOBKYBAJIM IMOKPAIIYBAaTHCS a00 3alMIIAINCSI HAa TOMY X PiBHI
npotaroM nioHaiMenmie 8 pokip tepamii [1] (Puc. 2 1 3). JlaHuii aHami3 Takox
IPOJIEMOHCTPYBAB MOKPAIIEHHS B CEPENIHIX Z-TMOKa3HUKaxX 3pocTy Ha 1,9 onuHUIIb
IpoTAroM § POKIB JIIKYBaHHS 3 alrirolnepasoro/imirmronepaszow [1] (Puc. 4).
I'padixu HA puc. 2, 3 1 4 MOKHA BUKOPUCTOBYBATH JUIsl OIIHKH 1HIWUBIIYyaTbHOT
BIJIIMTOB1/I1 XBOPOT'O HA TEPAITiiO 3a TIEI0 K METOAUKOIO, IO 1 JiarpaMu poCTy.

Y miteit 3 xBopobGoro [Tome, 1m0 TOYATM OTPUMYBATH TEPAIiio
IMITITIOIIEpa30i0 B TMEPIIl JECATh POKIB JKUTTS, CIOCTEPIraeThCcs HOPMAabHE
CTaTeBe NIO3pIBaHHs, B TOW Yac SIK y XBOPHUX, 1[0 HE OTPUMYBAIH JIIKYBaHHS [0
HACTaHHS MiJJTITKOBOTO BiKy, CTaTeBe A03piBaHHs 3aTpuMyeThes [1, 39]. Ockinbku
OLTBIIICTh KICTKOBOI Macw (OPMYETHCS MPOTITOM ITyOEpPTaTHOTO TMEpioAy Ta
nocsirae mMakcumymy B 30 pokiB, y mamieHTiB 3 XBopobOoto ['omie, mo He
OTPUMYIOTH JIIKYBaHHS, HEMOXJIUBICTh HAKONMYEHHS MAaKCUMyMy KiCTKOBOT
TKAHUHU B KPUTUYHUN BIKOBHH NEPIOJ pa3oM 3 OCTEOHEKPO30M MIJBHUILYE PUIUK
MOSIBU TEPESIOMIB, Y TOMY YHCI1 MIKpOTpiuH. depMeHTHa 3aMicHA Teparis
30UIblIIY€e MIHEpaIbHY IIUIBHICTH KicTKOBOI TkaHuHM (MIIIKT), kicTkOBY Macy Ta
UIUTBHICTh KOpTUKAIbHOTO apy [1, 11, 22, 51], npu uboMy HailOUIbII BUPAKEHE
nokpamenas MIIKT coocrepiranocss y TNamieHTIB MOJOJIIOTO BiKy, IO
oTpumyBanu iMirmonepasy [1, 4, 51]. Imirmonepaza TakoX HOPUTHIYYE
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HalrocTpimi KICTKOBI Kpus3u [1] 1 3amoOirae mosii 6omto B kicTkax [20] Ta
nepenaomiB [13]. Takum ywmHoM, nuisixom nokpameHHss MIIKT ta 3MeHmieHHs
KICTKOBUX KpHU3 (DepMEHTHA 3aMICHA Tepallisl MOK€e 3aro0IrTH BUHUKHEHHIO TAKUX
CEepHO3HUX CKEJNETHUX YCKIAJHEHb, SK KOMIpecis cyrioda uu XpeOuiB Ta
MepesIOMIB.

B pesynbrati depMeHTO3aMICHOI Teparii CIOCTEPIracThCsl MOBEPHEHHS 0
Maiike HOPMaJIbHMX 3HA4Y€Hb IMIJBUILIEHUX IIOKa3HUKIB TaKUX OlOMapKepiB
3aXBOpIOBaHHs, sK XiTorpiosumaza, AIlD, TPK® ta CCL18 [56, 63]. Takox B
pe3yabTaTi JIKYBaHHS BUSBISETHCS 3HIKEHHS TinepiMmyHornoOyminemii [70] Ta
Bucokoro piBHs ¢eputuny [30, 60, 68, 73]. [locTiiiHa Tepamisi 3 BUKOPUCTAHHSAM
IMITIIIONEpa3u nokpainye abo Hopmaini3ye piBHi IgA ta IgM, B Toit vac sk IgG €
MEHII CIPUUHATIUBUM 110 JIIKyBaHHs [70].

[Tpubnu3Ho y 7 % mnauieHTiB cocTepiranucs NepioJnyHi MoO1uH1 peakiii mif
yac abo uepe3 JIeKUIbKa JHIB Micia mpoBeneHHs 1HQy3ii npenapaty [5]. [loxiOHi
HECTIPUATIUBI peakilii TinepuYyTIUBOCTI ab0 sIBUIA HEAIEPTiYHOTO TMOXOJKESHHSI
MOJKHA TIOTICPEANTH ILISXOM TOBUTBHOTO BBEJACHHS PO3YUHY 1 30UIBIICHHS Yacy
iHy31i Ta/abo0 ToONepenIHHOTO BBEJCHHS AaHTUTICTAMIHHUX TpenapariB  4u
KopTukocTepoiniB. Cruparounch Ha OaratopidyHWii JOCBiJ 3aCTOCYBAaHHS
IMITIIIOIIEpa3d, BCTAHOBJICHO, IO CXEeMa BBEACHHS INpernapary, ska mependadae
MOYATKOBY TMOBUIbHY HIBUIKICTh BBEICHHS 13 IOCTYNOBUM ii 3pPOCTAHHAM, €
npoIIAKTUKOI0 BUHUKHEHHS IMOOIYHUX peakiii. Sk mpaBuio, oOCTeXEHHs Ta
NEpBUHHE JIIKYBaHHA JAiTel 3 XxBopoOoro ['oire nmpoBoaaTh B ymMoBax CTallioHapy,
Jie¢ BUKOHYETHCSI PETEIIbHUN MOHITOPHHT CTaHY XBOPHX. 3a BiICYTHOCT1 MOOIYHHUX
edexTiB (epMEHTHOI 3aMicHOI Tepamii depe3 6-12 MicAmiB B JAESIKUX KpaiHax
XBOPHM JO3BOJIIETHCSI MPOBOJAUTH IOJAJBINE JIKYBaHHS BAoMa. TaKWil IMiIXiT
JI0TIOMAarae MOKpPaluTA JOTPUMAHHS JIKYBAIBHOTO PEKUMY Ta MOJIMIIUTH SKICTh
KUTTS MAIIEHTIB 1 IXHBOT POAMHHU. TPHUBAIICTh TOCHITATBLHUX 1H(Y31M HEOOX1THO
CKOPHUT'YBaTH B IHAMBIAYaJIbHOMY MOPSAIKY JJISl KOXKHOTO XBOPOTO JI0 TIEPEBEICHHS
HOT0 Ha JIOMAIIIHIA PEeKUM JTIKYBaHHS. SIKIIO MpoTsIroM 6-12 MicsIiB He BUHUKAIN
nmobOiuHi peaxilii, MOB’si3aHI 3 BBEICHHSIM TMpemnapaTry, MosiBa B IMOJATBIIOMY
anTuTin kiacy IgE manoiimoBipHa.

Guidelines for the treatment of Gaucher disease through the Life Saving
Drugs Program, Department of Health and Aged Care, Australia (2020)

[ady3ii B TOMaNIHIX yMOBax

Sxmo marieHT Oakae OTpUMYBAaTH 1 MpOBEACHHS 1H(Y3i iMirmronepasu,
BENATIIIONEpa3y 1 TaNirjIonepasd NPUHHATHE B JIOMAalIHIX YMOBax, MAI[iEHT
MOBUHEH OJiepKaTh He MeHmie 3 iH]y3ii B ymMoBax mepeOyBaHHS y TOCIIITall Ta
OyTH OIlIHCHHM JIKYIOUHUM JIiKapeM, SK KIIHIYHO CTaOUIbHHM, II€ O3HAYae€, M0
OyIb-sKa peakilisi, acoliioBana 3 iH]y3i€ro, 700pe KOHTPOJIHOBAHA.

Komenmap pooéouoi cpynu: na momenm po3poOKu OaHOi KIIHIHYHOL
eacmanosu 8 Ykpaini He nposooumvcs D3T 6 Oomawmnix ymosax, xoua,
spaxosyrouu nandemito COVID-19 ma silicokosuti cman, maxuil nioxio 6ys8 ou
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OOYiNbHUM NpU  OOMPUMAHHI  YCIX NpAsul 6/6eHHoi IHGY3ii ma KOHmMpO€O
MEeOUYHUMU NPAYIBHUKAMU MOACIUBUX NOOIUHUX PeaKyill.

Intravenous enzyme replacement therapy (ERT) for Gaucher disease.
UnitedHealthcare Oxford Clinical Policy (2022)

Imirmroniepasa, Benarmtonepasa ansda Ta Tamirmtozepasa anbda moxkaszaHi s
TpuBajoi hepMeHTHOI 3aMicHO1 Tepamnii (DP3T) y aiteit Ta y Jopociaux 3 XBOpoOOIo
I'omre 1 Tumy [1;2;3].

Hughes Tta 1nmi (2015) onyOmikyBamu pe3yJdbTaTd JOBrOCTPOKOBOTO
PO3LIMPEHOTO JAOCHiKeHHs 3 a3y JiKyBaHHS TaIie€HTIB 3 XBopobor ['omre 1
tuny Benarmonepasoro anbbpa [18]. ¥V nocmigxeHHi npuiiManu ydactb 57
namieaTiB (25 mamienTiB 3 TKTO032 trial Tta 32 mamieatu HGT-GCB-039 trial)
BikoM BiJ 3 g0 62 pokiB. Bci namieHTH oTpumaiid cBOi mepili Tpu 1HQY3ii Ha
caliTax KJIIHIYHOTO BUIpoOoByBaHHS. HacTymHi iH(DY31l mami€eHTH OTpUMYBAJIU B
aNbTEPHATUBHUX MICISX JIIKYBAaHHSA, 32 HAPSAMOM JOCIIITHUKA, Y pa3i BIICYTHOCTI
y HHUX moOiuHMX peakiii. Bci marientu orpumyBanu Benarmonepasy anbda,
KOKEeH JIPYTUi TUXKACHb BHYTPIIIHBOBEHHO TpoTsiroM 1,2-4,8 pokiB y 1031 60 O/ /
K (Aesiki 3 Mali€eHTiB MoTpeOyBadu 3HWKEHHS JO3M ]l 4Yac MPOJAOBKEHHS
BUNpoOyBanHs). 19 3 57 xBopux 3akiHYMWIM BUIPOOyBaHHS. [HII mamieHTH (34)
NPUNUHUIN KIIHIYHE BUIPOOYBaHHS 3a PIMICHHSAM CIIOHCOpa. Maixke y BCIX
MAIi€EHTIB YIIPOJOBX BHUIPOOYBAaHHS CIIOCTEpIraiuch modiuHi peakmii. ¥ 16 3 57
nalieHTiB MOOIYH1 peakirii, WMOBiIpHO, Oyjau TOB'I3aHl 3 JIKyBaHHAM. 3 56
MAIi€HTIB 3 MOOIYHUMHM PEAKIIIMU TIUIBKH y OJHOTO TAallieHTa CIiocTepiraaacs
rinepTeH3is Ta roJoBHUN Oulb, MoOB'i3aHui 3 1HPYy3ier. IllicTe mamieHTiB Maau
nob6iunHi peakiiii, 3B's13aHi 3 iHGY3ier0. byno 3apeectpoBano 19 cepito3Hux
NOOIYHMX peakKilii, BKIIOYAIOUM CIHOHTAHHUM a0oOpT y TEpIIOMY TPHUMECTpi
(marieHT Maja iCTOpir0 BUKHAHIB Ta aHTU(OCOONIMIAHUNA CHHIPOM) Ta OJHUH
CMEpTEIbHUN BHUIMQJOK TICHA cyaoM. Hiskux cepilo3HMX MOOIYHMX peakiiii He
NOB'SI3yBaliu 3 JIKyBaHHSAM. Y ofHOro maiieHta Oynu BusBieHi IgG anritina mo
Benarmonepasu ansda. Cepenne 30UIbIICHAS KOHIICHTPAIii TEMOTIIO0IHY CKIIAJIO
2,775 v / an (26%) y 3aranpHiii Tpynu Benarmonepasu anbda, i MOKa3HUK
30UTBIIIEHHST TPOMOOIUTIB B cepeHhoMy cTaHOBUB 120%. Y 64% B cepeanbomy
crocTepirayiocsi 3MeHbIIeHHS o00'eMy cene3iHku Ta y 27% B cepeaHboMy
3MEHBIIICHHS 00'eMy Te4iHKH. 3a pe3yibTraTaMu OOCTEXEHHS e(EeKTUBHOCTI
MOKA3HHUKIB BUSBJICHO, IO CTAH XBOPUX IMOKpAIIMBCSA B mepmri 24 Micsii Ta B
MOIATIBIIIOMY MiITPUMYBABCS CTA0UTEHUM. 3aKIIFOUCHHS aBTOPIB TIOJISATAIO B TOMY,
mo Benarmronepasa anepa € Oe3meuHoro Ta ToJepaHTHOHO. [lpoBeneHo
MYJIBTUHAIIOHATBHE JOCHTIKEHHST Pa3u 3 s omiHKM e€(eKTUBHOCTI Ta Oe3MeKu
no/BiitHOTO 103yBaHHsS Benormionepasu anbda y nmaieHTiB 3 xBopoboto ['omre, ki
paHilie OTpuMyBaliM JiikyBaHHs. [lamieHTH OTpuUMyBajlid BHYTPIIIHBOBEHHY
iH(y3it0 Benarmonepasu anbda y 1031 60 O[] / kr (n = 12) a6o 45 OJ1/ kr macu
ta (n = 13) depe3 kokHUU THXKAEHb TpoTsiroMm 12 micsaui [8]. [lepBuHHOIO
KIHIIEBOIO TOUKOIO OyJia 3MiHA KOHIIEHTpallli remorino0idny B 1031 60 O]/l / kr Bix
0azoBoro piBHi. Yepe3d 12 wmicsliB cepeaHs KOHIIEHTpalisi TI'eMOTrio0iHy
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30uTbIIUIACS 3 To4yaTkoBOTO piBHsA [60 O[] / kr: + 23,3%; +2,43 v / o (p <0,001);
45 Ol / xr: + 23,8%; +2,44 r / nn (p <0,001)], ax 1 cepeaHe 3HAYECHHS
tpombouutiB [60 ONl/ kr: + 65,9%; +50,9 x 109 / n (p = 0,002); 45 O[] / kr: +
66,4%; +40,9 x 109 / 1 (p = 0,01)]. Cepenniii o0'eM cene3iHKU 3HU3UBCS 3
novatkoBoro piBHa [60 OJ[ / kr: -50,4%, 3 14,0 no 5,8 kpaTHUX HOpPMaJbHHUX
(MN)) (p =0,003); 45 OA / kr: -39,9%, Bix 14,5 no 9,5 MH (p = 0,009)]. He Oyno
BUSIBJICHO YKOJIHUX CepHO3HUX MoOIuHMX peakiid. Ha migcTaBi boro AJOCIIIKEHHS
noBeJieHo, 1o Benarmronepasa anbda, SK TpaBuUiio, JA00pe MEePEHOCUTHCS 1
edeKkTHBHA JJI TOpOCIUX Ta Jited 3 xBopoboro ['ome 1 Tumy. Yci BumiproBaHi
napamMeTpu AEMOHCTPYBAIM KJIIHIYHO 3HAYYIIE MOTINIIEHHS yepe3 12 MicAIliB.

EdekruBHicTs pepMeHTHOI 3amicHOI Tepamii y niteld i3 xBopobOoro ['ome
Itumy Ta 3 TUMy BU3HAUYAjacs y TPUBAJIOMY KOTOPTHOMY JIOCIIJKEHHI, SKE
BKJIFOYAJIO TIEPCIIEKTUBHI Ta PETPOCHEKTHBHI KIiHIYHI gaHi [16]. HocmigHuku
OLIIHIOBaNM €(EKTUBHICTh JIKYBaHHS 32 BIKOM 1 I'€HOTHMIIOM, BHUKOPHUCTOBYIOYH
y3arajibHeH1 JIiHIAHI 3MilIaHl Mojeni. Y IbOMY JOCHIKeHH1 Oylu 3apaxoBaHi
mitn (n = 25, Bikom Bin 1,1 mo 15,6 pokiB) 3 xBopoboro Tome (14 nitelr 3
xBopoborw ['ome 1 tumy Ta 11- 3 xBopoGo Tome 3 Tumy), siki BiABiAYyBanu
Crieliani3oBaHui JIIKyBaJlbHUM TieHTp B Amnrmi. Bsaramom 24 mnamieHTa
orpumyBani 3T (cepenHsi TpUBATICTH JIIKyBaHHs, 5,57 pokiB, aiama3oH Big 0 10
13,7 pokiB). JliTu, siki OTpUMYBaIM JIIKYBaHHS, HaJaBalyd JaHi O Ta T dac
JIKyBaHHs, a JWTHHA, SKa HE OTpUMYyBajia JIIKyBaHHS, HajaBaja aHAMHECTHYHI
nani. KitbkicTh TpoOMOOIUTIB, TeMOTI00iHY Ta BIJACYTHICTH / HasBHICTh OOJIO B
KicTKax OyJju KJIIHIYHHUMHU TTOKa3HUKaMHU, OOpaHMMU JUUIS BioOpaxxeHHs mporpecii
3axBoproBaHHs. JlochaigHuku BusBWiIM, 1o TpuBalicth ®3T Oymna mom'szana i3
CTATUCTUYHO 3HAYYIIUM IOKpAIIeHHSIM KUIbKocTi TpoMOoruTtie (p <0,001),
remornio6iny (p <0,001) ta nHasBHicTIO Oomi y kictkax (p = 0,02). Bonm
BiJI3HAYAJIM, [0 BEJIMUMHA BIUIMBY Ha T€MaTOJIOTIYHI TapamMeTpu Oysa OUIBIIO y
niTel 3 xBopoboro ['ome 3 tTumy, HixX 1 TUITY.

3mina Tepamii 3 Imirmonepasu na Besnarionepa3sy anbga

Pastores Ta inmi (2014) mpoBenu MyJIBTHUIIEHTPOBE BIIKPUTE BUIIPOOYBAHHS,
sKe OIiHIOBajo Oe3mneky Benarmionepasu anbda y mamieHTiB 3 XxBopoboro [omre [
TUNy, $KI paHillle HE OTPUMYBAIHM JIKyBaHHS a00 OTPUMYBalU JIIKyBaHHS
Imirmroniepazoro.  IlamienT (sKi  paHimie JTIKyBaHHS HE  3aCTOCOBYBAJIH)
OTpUMYBAJIM BHYTPIITHbOBEHHY Benarmronepasy anbda koxHi 2 TwkHI y 1031 60
O/l / xr, mamieHTH, sKi paHime 3actrocoByBanu Imirmornepasy- 15-60 U / xr [7].
PesynpTaTi ganux mpo Oe3neKy BKIoYanu (HI3SUIHHUN OIS, MOHITOPUHT KUTTEBO
BOXJIMBUX O3HAK, KIIHIYHY JIAOOPAaTOPHY OIIHKY (TeMaToJIoris Ta KIIHIYHA XiMis),
OIIIHKY aHTHUTLI 0 aHTU-BEJATIIONEpas3y anb(a Ta MOHITOPUHT TOOIYHUX €(EKTiB.
Bceroro Oyno 3apaxoBano 211 mamieHT (y ToMy uyuchi 6 mnamieHTiB 0e3
nornepenHboro JikyBaHHs). Cepen 205 panime 3apeecTpoBaHUX MAaIli€eHTIB 35
(17,1%) 3a3Hanu TOOIYHMX peakIilii, sKi BBaXAIOTHCSI TOB'I3aHUMU 3
JIoCHiKyBaHUM TipenapatoM. Cepen IIECTH NAalI€HTIB, 10 HE OTPUMYBaIU
JIIKyBaHHS, OJIHA JIFOJJMHA Majia MOOIYHI peakilii, sSKi BBa)KaJUCS TOB'S3aHUMHU 3
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JOCIIKYBaHUM IpenaparoM. HailnommupeHimumu cepes mooiuHuX peakuii Oynu
roJOBHUHM OL1b, Ha30(apuHriT, HyAoTa Ta Broma. [loOiuHi peakuii, moB's3aHi 3
iHOy3ie0, Tpamsumes y 28 (13,3%) 3 211 namieHTIB 1 3a3BUYall MPOTATOM
nepmux Tprox iHGy31d. Jle HoBo, HelTpamizyroul aHTH-BeNarito3epasu ainbha-
aQHTUTLIa PO3BUBANIMCA TiJ 4ac JiiKyBaHHs y omHoro (<1,0%) mnarmieHra, sikuit
paHilie OoTpuMyBaB (EpPMEHTHY 3aMICHY Tepamilo Ta He OyJ0 y KOJHOTO 3
MAII€HTIB, SKI HE OTPUMYBAJIM JIKyBaHHA. J[OCHIIHUKM MPUNALUIM 1O BUCHOBKY,
10 HaBEJCH1 JIaH1 MiATBEPKYIOTh 0€3MEYHICTh JIIKYBaHHS MAI[IEHTIB 3 XBOPOOOIO
INome 1 Tuny Benarntonepasorw anbda y mo31 60 OJI/ kr Baru KoxHi 2 THXKHI, SK1
paHillie He OTpUMYBaJIU (PEPMEHTHY 3aMICHY Tepalliio, Ta IOKa3aau 0e3MeUHICTh
nepexony maiieHTiB Bin IMmirmrounepasu no Benarnazepasu anbga B TiM ke 7031
besneunicts Benarmonepasu anbdha crnocrepiraerbcsi B IIMPOKOMY Jliara3oHi
BIKOBUX TpyI TNAaI[lEHTIB Ta Y3TOKYEThCA 3 TMOMNEPEAHIMH JOCHKEHHSIMU B
KOHTPOJIBHUX BUIIPOOYBaHHSX.

BaraTonieHTpoBe, BIAKPUTE IOCIIKEHHS, MPOBEICHE MPOTATOM 12 MicsIliB,
BUBYAJIO Oe3neky Ta edexkTuBHICTH Benarmionepasn anbdha y Tali€eHTIB 3
xBopoboro ['ome | tumy, ski paHilmie oTpuMyBalIM Tepamito IMirironepaszorw Ta
3Haxoamiucs y crabimpHoMy ctani [9]. Taki mamientu (n = 40) BikoM >2 poOKiB
Oynu mepeBe/ieHl Ha JIiIKyBaHHS Benarmroriepa3or aibda B 1031, 110 JOpiBHIOBAIA
ix momepeaHiil no3i Imirmonepasu. Benarmionepasa anbga BBOAMIACS MPOTITOM
OJIHI€T TOJMHM KOXHI1 2 TWXKHI, SK MpaBuio, AoOpe MepeHOoCHsIacs 3 IOSBOIO
NoOIYHMX peakiriil jierkoi abo cepeaHboi TshKkocTi. KoHIeHTpallis reMoriooiny,
KUIbKICTh TPOMOOITUTIB Ta O0'€M CEJIC3IHKU Ta TEYIHKUA 3aJUIIABCS CTaOUTbHUM
npotsaroM 12 micsii. JlocaigHUKN AU BUCHOBKY, IO JOPOCIi XBOP1 Ta JITH 3
xBopoOoro ['omre I Ty MOXyTh OYTH yCHINTHO TIEPEBEICHI 3 Tepamii Ha Teparriio
Benarmonepasoro ansda.

Edextn nepexony Ha Benarmonepasy anbdy y rpymni J0pociaux MaIli€HTIB 3
xBopoOoro ['omie | Tummy, mo panimnie Manu 3HIKSHHS JT03H, K HACTIAOK aediuTy
Imirmroniepasu, onucaHi B HeJJaBHbOMY JOKyMeHTI [9]. TpuasaTe nBa MaiieHTH 3
JIBOX BEIMKUX €BpONEHCHKUX [oImie- MEeHTpIB mepednum Ha JIIKyBaHHS
Benarmonepasoro anbda micns 1 g0 8,5 MicsAiiB 3MeHIIeHHs 1031 IMirmonepasu.
[lepebir BaxxmuBUX CUMITOMIB XBopoOu ['omre OyB qoCTiKEHUN YOTUPHU pas3u: 3a
1 pix 10 medinuty, HE3aA0BTO 110 AchINUTY, Iepe/ mepexoaoM Ha Bemarmonepasy
anbda 1 Mmichs 3aKiHYEHHS OJTHOTO POKY JiKyBaHHS Bemarmronepaszoro anwsda. 1li
nmapamMeTpyu BKJIIOYAIW KOHIIGHTPAIII0 TeMOTJIO0IHY, KUTBbKICTh TPOMOOIIHTIB,
aKTHBHICTh XITPOTIO3WMJAa3U y IUIa3MH BCiX MAIlI€EHTIB Ta 00'€eM CeIe3iHKH Ta
NMeviHky (a TakoX 300pakeHHs (paxifii Kupy KiCTKOBOTO MO3Ky) y 10 xBOpwuX.
3MEHIIIeHHS KUTBKOCTI TPOMOOIIMTIB B pe3yJIbTaTi 3MEHIICHHS 103U [Mirronepasu
Oy70 MIBHUIKO BiTHOBJICHO TpH JIIKyBaHHI Benarmonepa3oro anbda. AKTUBHICTH
XITOTPUO3HIA3M 3arajJioM 3HU3HWJIACS IICHs nepemMukanHs. 5 3 10 marieHTiB Manu
30UTbIIIEHHST 00'eMy meYiHKKA moHaMeHme Ha 10% micias ImecTu MICAIB
nikyBaHHs Benarmronepazoro anbda, mo Oyslo 3BOPOTHIM y TPhOX MAIll€HTIB.
buibliicTh manieHTiB OTpUMYBaIM 1H(PY31I0 BAOMA 1 HE CIOCTEPIranocs >KOJHUX
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noOlyHuX peakifid. Benarmionepaza anbpa € Oe3neyHor0 Ta €GEeKTUBHOIO
aNMbTEPHATUBOIO IS IMirronepasu.

Komenmap pooéouoi epynu: YV noositinomy cilinomy paHoOMi308aHOMY
bacamoyenmpogomy oOocnioxcenni (Ari Zimran et al, 2015) o6esneku ma
epekmugHocmi  3acmocyeanusi  2-x  eapianmieé  003V8AHHA  Npenapamy
manienoyepaza anvga (30 od/ke ma 60 00d/ke) y nayienmie oumsa4oeo 6iky 0yno
NPOOEMOHCMPOBAHO NOKPAWEHH & 000X 2pYnax 3a OCHOBHUMU NOKASHUKAMU
namonociuHux npossie  xeopoou lowe, 6KIOUANOYU OpeaHOMe2ANil0  Mmda
2eMamoO2iYHi  pOo31aodu, NOPIGHAHO 3 BUXIOHUM pieHem nicaa 12 micayis
JiKysanua. Takoowe cnocmepicanu 3ibWeHHs 3pOcmy, 6a2u ma KiCMKO0B8020 BIiKY
napanenvHo 3 NOKPAWEHHAM 34 NO8 SI3aHUMU 3 3AX60PIOBAHHAM DiomapKepamu —
akmusHicmio ximompuosuoasu ma CCLIS.

binvw demanvHo 3 00CHIONHCEHHAM MOMNCHA O3HAUOMUMUCHL 34 HACMYNHUM

NOCUNLAHHAM
https.://'www.sciencedirect.com/science/article/pii/S10799796 14001193 ?via%3 Dih
ub.

V o0ocniooicenni (Gregory M. Pastores et al., 2014) oyinxu be3neku ma
epekmugHocmi nepexody Ha manienroyepasy aibgha y 0opociux ma neoiampuyHux
nayiecumie 3 XI, AKi ompumyeanu imienroyepasy NPUHAUMHI 8 OCMAaHHi 2 pPOKU,
HCOOHUX CEPUO3HUX HeOAMNCaHUX s6uly 6UsEleHO He OYl0, CMmaH nayieHmis 3a
OCHOBHUMU NAPAMEMPAMU 3AXE0PI0BAHHS 3ATUULABCA KNIHIYHO CMAOINbHUM.

binvw demanvHo 3 00CHIONCEHHAM MONCHA O3HAUOMUMUCH 30 HACHYNHUM
NOCUNAHHAM

https://www.sciencedirect.com/science/article/abs/pii/S 10799796 14000552

Guidelines for the treatment of Gaucher disease through the Life Saving
Drugs Program, Department of Health and Aged Care, Australia (2020)

Bubip nikyBanHs

Jlikyrouuii Jikap MOXe MPOMOHYBATH HaWOUIBIN BIATIOBIIHI MpemapaTd s
JIKyBaHHS IMMaIli€HTA.

VYci mamieHTH, SKi IHIIIOIOTH JIKYBaHHS JiKapchkum 3acobom(JI3), abo
nepeinuy Ha iHmmil JI3 mo aeprkaBHii mporpami, MOBUHHI 3aJIMIIIATUCH HA THUX JKe
JI3 monariMenIre Ha niepios 12 MicsIIiB, JOMOKH HE 3’ ABIATHCS KIITHIYHI CBITYCHHS
TPUBAJIOTO KIIIHIYHOTO TOTIPIICHHS 200 3HAYHUX MOOIYHUX PeaKIliid.

Komenmap pooouoi cpynu: Bsadxcaemo, wo Imienroyepasza, Benaenroyepasa
anvpa ma Tanienrozepasa anvha MoAHCYMb 3ACMOCOBYBAMUCL O]l MPUBANOL
Gepmenmuoi 3amicHoi mepanii y dimeti ma y oopocaux 3 xeopoboio I 'owe 1 muny.
3amina oonoeo npenapamy Ha iHwut npu nposedenti 3T € HedoyinbHow y pasi
O00CSICHEHHsl MepaneemuyHux yileu npu ymoel a0eKkeamHo20 003Y8AHHSA Md NpU
gi0CymHOCMI NOOIUHUX PeaKyill.


https://www.sciencedirect.com/science/article/pii/S1079979614001193?via%3Dihub
https://www.sciencedirect.com/science/article/pii/S1079979614001193?via%3Dihub
https://www.sciencedirect.com/science/article/abs/pii/S1079979614000552
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JIiKyBaHHS rOCTPOro KICTKOBOTO KPHU3Y

KicTkoBI Kpu3u MOXYTh COPUUMUHATH CUJIBHUN OUIb, SIKMM TPUBAE MPOTATOM
JEKUIbKOX THKHIB Ta YacCTO € CTIMKUM J0 J1i IHTEHCUBHOI Teparlii HApKOTUYHUM U
npenapataMu. J[iarHo3 BCTaHOBIIOEThCS Ha oOcHOBI gaHux MPT [16] abo
CKaHYBaHHS KICTOK 3 TexHelleM [41]. 3acTocyBaHHS BHUCOKHX /103 MEPOPATBHHOTO
Tpe/Hi30moHy | I/M” IPOTSATOM ABOX IHIB 3 MOAANBIIMM IPH3HAYCHHSM MEHIIHX
7103 1IbOT'O TIpenapaTy JA03BOJISIE MOJETTIUTH OLTh MPOTATOM JEKUTBKOX TOIUH [14];
Taka Tepalis HE Mae€ JOBrocTpokoBux moOiuHuX edekTiB [16]. Hecrepoinni
NpOTHU3aNalbHI MpenapaTd MOXHa MPU3HAYaTH IS JIIKYBaHHS HECTELH(PIYHOTO
6omo. i yac rocTporo Kpuszy peHTreHOrpaMu 3a3BHyail € HeIH(POPMATUBHUMH,
ajie yepe3 JeKUIbKa TUXKHIB Ha HUX MOXKYTb CIOCTEpIraTUCs MepioCTalbHI peakiil
[14].

Komenmap pooéouoi cpynu: B 38'a3xy 3 o00MmedceHicmio pecypcHo2o
3a0e3neuenHs CKaHy8aHHs KICMOK 3 mexHeyiem 8 Ykpaini He 30iliCHIOEMbCAL.

JIiIKkyBaHHS HAII€HTIB 3 HEUPONATHUYHOK (HOPMOIO 3aXBOPIOBAHHS

Management of neuronopathic  Gaucher  disease:  Revised
recommendations. A. Vellodi, A. Tylki-Szymanska, E. H. Davies,E. Kolodny,
B. Bembi, T.Collin-Histed, E. Mengel, A. Erikson, R. Schiffmann (2009)

«Heitpononatuuni» GopMu € HaAWOLIBII PIAKICHUMH BapiaHTaMU XBOPOOHU
INome (XT'), 3riqHo 3 omiHKamH iXHs dactoTa cTaHOBUTH < 1 Ha 100 000 xuBHX
HOBOHapoKeHnXx [3]. Helipononatuuni ¢hopmu, moaidHO 10 iHMMX BapiaHTiB X1,
€ TMaHETHIYHUMH, XO04Ya OCOOJMBO BHCOKY TOMIUPEHICTh Ypa)K€HHs HEPBOBOI
cucrteMu cepep namieHTiB 3 XI© Oyno 3agokymenToBano B IliBaiuHil [1IBemii [9], B
[Tomemi [23] Ta cepen apadbepkoi nomynsamii Ixaniny [1].

IIpu BeneHHi mnarieHTIB 3 HeWpoHomaTHyHOI XBopoOor [ome (HXI)
BUHUKAIOTh 3HauyHl TpyAHoull. OcCOOJIMBO HEACHOI 3alMIIAETHCS  POJIb
depmenTozamicuoi Teparii (O3T). ¥ 2001 pori €Bpornelicbkoo poO0Y0r0 TPYIO0
3 BuBueHHs1 xBopoOu ['ome (EWGGD) 6yna cpopmoBana CrerianbHa rpymna 3
BUBUYCHHS HelipoHonmaTH4HOi Gopmu xBopoOu [omre, meToro sikoi Oyna po3poOka
pekoMmeHmanii 3 BemeHHs mnamieHTiB 3 HXI. BimmoBimuHi pexomeHpmamii Oyiau
po3po0bJieHi Ta oyOITikoBaHi, a HasBHI TpobieMu Oyiu onucaHi paHime [25].

3 WacoMm cTajo 3pOo3yMiIo, IO MOTPiOHO TMEPEryiTHyTH JaHi, OTpUMaHi B
€Bpomni Ta B IHIMIMX YacTHHAX CBITy, 1 y BHNAAKy HEOOXITHOCTI OHOBHUTH
pexomenpaiii. B pesymbpTaTi miTeparypHOro mONIYKYy Oyl0 BHUSBICHO TPHU
nociimkerss, nposeaeHi Bix 2001 poky, B pamkax sikux BuuaBcs epext O3T Ha
MPOTPECYBaHHS HEBPOJOTIUHUX MPOSABIB 3aXBoproBaHHs. CriemiaibHAN aKIeHT OyB
3poosnieHuit Ha edextuBHicTh DO3T y BHUCOKOMY J03yBaHHI CTOCOBHO
MPOTPECYBAHHSI HEBPOJIOTIYHUX MPOSIBIB 3aXBOPIOBaHHS. SIK TIpaBUIIO, «BUCOKUAM
J0O3YBaHHSIM» MPUUHATO BBa)KaTH A03yBaHHS 120 oquHUIL/KT a00 O1bIle KOXKHI 2
THXKHI.
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Goker-Alpan 3 xoneraMu NpoBeNW JOCIIIKEHHS, B siIke OYyJ0 BKIIOYEHO 32
MAIIEHTH, 32 pPe3yJbTaTaMU SIKOT0 He Oyno BiA3HaueHO Oyab-akoro epexty 3T
Ha MPOrpecyBaHHS HEBPOJIOTIYHUX MpPOSBIB 3axBoptoBaHHs. [Ipote, TuIbKHM ABa
Mal€HTH OTPUMYBaJIU Tepamito B 1o3yBaHH1 120 oguHuub/kr Ha 2 ThxH1 [13].
Erikson 3 komeramu mnoBigoMwin mpo pesyiabratu 3actocyBanHs O3T y 8
nanieHTiB 3 HopOotrena [11]. Koxgen 3 nux mnauieHTtiB He orpumyBaB DO3T y
BHCOKOMY JI03YBaHHI.

Davies 3 kojeraMu MOBIIOMIJIM TPO PE3YJbTATH CIIOCTEPEKEHHS 3a 55
namieHTamMu B €Bponi. bublicTe namieHTiB OyJiM TOMO3UTOTaMH 3 MYTalli€l0 TeHa
L444P. Bci Bonu otpumyBanu ®3T. Tum He MeHIIe, MpU LOMY BiJ3Hayallach
CcyTTeBa BapiaOenbHICTh B A03yBaHHI ®3T, a TakoX HEPIBHOMIPHHMI pO3MOALI
(dakTopiB pu3uky. Tak, HaiicTaplll MalieHTH OTPUMYBAJIUA TEPAIli0 B HAMHIKYOMY
JI03yBaHH1 1 y JIEKUIBKOX TAalli€EHTIB OyJjia MpOBeJeHa TOTajJbHA CIUICHEKTOMIs, B
TOM Yac $SK cepe] HaWMOJIOAIIMX TNAIIEHTIB BiJ3HAayallach BHCOKA YacTKa
TeTepPO3UTOTHOCTI, BOHW OTPUMYBAJM TEPAIilo y BUCOKOMY J03yBaHHI 1 y IyxkKe
Masoi KUIbKOCTI Oyia mpoBejieHa CIUIEHEKTOMis. Taka reTeporeHHICTh 3HAYHOIO
MIpOI0 YTpyJIHIOBaNa aHani3. TUM He MeHIle, MPOBEIEHHS AESKUX OO0CTEKEHb
Oyno moxauBuM. CTaH y CTapIIMX MAI[IEHTIB 3aJUIIABCS BITHOCHO CTAOUIHHUM,
He3Bakaroun Ha TpaauiiiiHe nozyBaHHs D3T (60 omuHMIL/Kr HA 2 THXHI). Sk
NpaBWIO, y CTApUIMX/IOPOCIUX TAIIEHTIB 3aXBOPIOBaHHSA OyJIO JIETKUM, YHUM
MO’KHA TIOSICHUTH JTaHUW «CTaOUTbHUID» cTaTyc [22]. B MonoAmux maii€eHTiB HE
Bif3HavYasioch 4iTkoro edexty P33T y BHCOKOMY 03yBaHHI Ha HEBPOJIOTIYHI
HACJIJIKM 3aXBOPIOBAaHHA. TMM HE MEHIIE, MEepioj] CIOCTEepek eHHs y 0araThox
NalieHTiB OyB 3aHAJITO KOPOTKHUM, IOO JO3BOJMTH 3pOOUTH HaJICKHI BUCHOBKH
[6].

Ha migcraBi MOCTYNMHHMX JaHWX BHCHOBOK JUIS JIAHOI Tpynu OyB 3poOJeHUMN
TaKUM, 1[0 HEMa€e JOKa30BUX JIAHUX, sIK1 O cBimumiu npo Te, 1mo O3T y BucokoMy
JI03yBaHH1 3amo0irae abo CIOBUIBHIOE MPOTPECyBaHHS HEBPOJIOTIYHUX IPOSBIB
3aXBOPIOBAHHS B IMX TAIli€EHTIB. Y 3B’SA3Ky 3 IHMM pPEKOMEHAaIlii CTOCOBHO
no3yBanHs @3T nmoBuHHI OyTH nepersHyTi. Pa3om 3 TUM 11e MOTJI0 6 CTaTH TaKoXK
rapHOI0 MOXKJIMBICTIO MEPETJISHYTH 1, Y BUNAAKY HEOOXIIHOCTI, OHOBUTH IHIII
pPEKOMEHIallli, 10 CTOCYIOThCS BEJICHHS MAalli€HTIB.

B Ttabnuii 5 npeacrasneni pekomenaanii momao gikyBanas HXI', po3pobiiene
CremianbHo0 Tpymoo. Borun 6ynu po3po0OiieHi Ha MifCTaBi HACTYITHUX JOKa30BUX
JaHUX:

° [Tpu XI', sk HEHEWPOHOMATHYHIW, TaK 1 HEWpOHOMATHYHIA (opmi,
@®3T mpoaeMoHCTpyBaia BiIMiHHHANA POQ1Th OE3MEKH.
° [cHYIOTH 9iTKi TOKa30Bi JaHi, SKi CBiI4aTh MPO T€, M0 y OUTBIIOCTI

namieHtiB ®3T crpuse MoNErmeHHI0 CUCTEMHUX MPOSIBIB 3aXBOPIOBaHHS (TaKUX
K TOPYUIEHHS CTPYKTYypU CKeJeTa, BiCIlEepOMeralis, BIAXWICHHS Bl HOPMHU 3
OOKy CHCTEMHU KpOB1) IPU HE HEHUPOHOMATUYHIN QOpMi 3aXBOPIOBAHHS, a TAKOXK
nipu xpoHiuHii HXT', mokpaiyroun npu boMy SKICTb KUTTSL.
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° Pazom 3 TUM Hemae JOKa30BUX JaHUX, SIKI CBIAYWIM O MpoO Te, IO
@®3T npus3BoaUTh 10 perpecii, cradburizamii abo CIOBUIBHEHHS MPOrpeCyBaHHS
HEBPOJIOTTYHUX NOPYIIECHb.

° V nauieHTiB 31 BCTaHOBIIEHOIO rocTporo popmoro HXI edpext @3T Ha
Mporpecyroue MoripiieHHs Nepediry 3aXBOPIOBaHHS € He3HauHUM. BoHa TUIbKU
MIPU3BOJIUTH /10 MOJOBKEHHS 00110 Ta cTpaxaanus [4;8;10;20].

° IcayroTe mokaszoBi gaui [9;17], mo npu xponiudii HXI' ToranbpHa
CIUICHEKTOMISI aCOILIIOETHCSA 3 MIJIBUIICHHSAM CTYNEHs TSYKKOCTI 3aXBOPIOBaHHS Ta
30UTBIIEHHSM PI1BHS MPOTPECYBaHHS HEBPOJIOTTYHHUX MOPYIIEHB Ta YPaKeHb KICTOK
[9] 1/a060 pu3MKOM BUHHUKHEHHS 1H(OEKIIII Ta MOMJIMBUAM 3HWKEHHSIM BIIMOBIAl Ha
@3T [5]. YV 3B’43Ky 3 IIUM TOTaJbHY CIUICHEKTOMIIO MOTPIOHO YHUKATH, HACKUIBKH
e MOXJIMBO. TUM HE MEHIIe, B MOOJWHOKMX BHUINAJKaX BOHA MOXe OyTH
HEOOXITHOK 3 METOI0 MOKPAIlleHHS BIAMOBIAI Ha Teparito [16]. B Takiii curyarii
MU PEKOMEHJYEMO TPOBEJEHHS YaCTKOBOI CIUIEHEKTOMIl 3aMICTh TOTaJIbHOI
cruieHeKToMii [2].

Tabauusa 5. PexoMenaiii mojo JIIKyBaHHS

e Ha nmanwmii yac jikyBaHHAM BuOOpYy € (epmenroszamicHa Tteparmisa (D3T)
Makpodaro-HaiiieHO PEKOMOTHAHTHOO JIFOJICHKOTO
riokorepedpo3naazoro  (mpenapar llepesum  BHpOOHMIITBA KOMITaHIiT
«/Ixenzaitm Koproperinay, Kemopuk, mrat Maccauycerc, CIIIA).

e V niTeit 3 XxpoHiuHOIO (hopMoro HelpoHomnatruuHoi xBopoou ["ome (HXI) ®3T
NOBMHHA OYyTH pO3MovYaTa SKHAWIIBUAIIE IICJIS BCTAHOBJICHHS JiarHO3Yy Yy
CTapTOBOMY J103yBaHH1 60 OJI/KI MacH Tila KOXHI 2 THXHI.

e UYac Big yacy MOXKe€ BHHHUKATH HEOOXITHICTh Y MMIJBHUIICHHI JO3yBaHHS 3
METOI0 KOHTPOJIO BiCIEpPAIBHUX TMPOSBIB XBOPOOHW, HANPHUKIAI, IIPH
pOrpecyBaHHI rernaTocIuIeHOMeralii, 3aroCTpeHH1 3aXBOPIOBaHHS JIETEHb 200
IIpU HAsIBHOCTI CUCTEMHHMX CHUMITOMIB HESICHOTO T€HE3y, TaKUX SIK 3arajbHe
HE3My)KaHHS abo TiABUINEHA JPATIBIMBICTh, IO CYHIPOBOIKYIOTHCS
3HAUyIIMMH 3MiHaMH PiBHIB OioMapkepiB, 30KkpeMa XiToTpio3umasu. Pasom 3
THUM JIO3YBaHHS HE MOBUHHO OyTH HIKYUM 60 OJ/KT Ha 2 THIKHI.

e VYV nopocnux manieHTiB no3yBaHHS 30-60 on/kr Ha 2 TWXKHI MOBUHHO OyTH
JIOCTaTHIM, OCKUIBKM TP TaKOMY JO3yBaHHI OyJlo TPOJEMOHCTPOBAHO
CTaOUTBHICTh CTaHy BHYTPIINIHIX OpPTaHiB.

e 3T He Moke OyTH PEKOMEHI0BaHA ISl MAIIEHTIB 3 TOCcTporo dhopmoro HXT .
JlikyBaHHA TakuxX JiT€l TOBUHHO OyTH TaKuM, SIK TPH THKKOMY,
MIBUIKOTIPOTPECYIOYOMY HEBPOJIOTIYHOMY 3aXBOPIOBaHHI y HEMOBIAT Ta
JiTe paHHbOTO BiKy. KpiM TOTO, BIAMOBIAHMM YWHOM TOBHWHHI JIIKYBaTHCh
MOPYIICHHS, TPUTaAMaHHI JUIT ypaXXE€HHS CTOBOypa TOJIOBHOTO MO3KY,
30KpeMa TSHKKUM JJAPUHTOCTIa3M, TOPYIICHHS (PYHKI[Ii KOBTaHHS Ta JUXaHHS.
Mu ycBIZOMIIOEMO, IO 1€ € BaXJIMBUM MHUTAHHSIM, IPOTE ACTAIBHUN OIMKC
JTAHOTO JIIKYBAHHS HE OXOILUTIOETHCS 111€0 cTarTeto. [Ipu «mpoMixHIn» Popmi
[13] nikyBaHHS MOKHA BUNPOOOBYBATH, SIKIIIO HEMA€E YITKUX JaHUX MPO TE,
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10 1€ € MIBUAKO MPOrpecyroUue HEBPOJIOTTUHE 3aXBOPIOBaHHSA. TUM HE MEHIIIE,
SIK TUTIbKHU 3’ SIBIISIIOTHCS BIAMOBIIHI JOKAa30B1 JaH1, Take JIKYBaHHS MOTPIOHO
MPUTTUHUTH.

e JlikyBaHHSI JOPOCIHMX MAI[IEHTIB TaKOX € KPUTUYHUM. Y TaKUX TMAIlI€HTIB
BII3HAYAETHCS TEHJICHILIISI HE TUIBKK 0 3HAYYLIOTO YPA)KEHHS BHYTPIIIHIX
OpraHiB, a TaKOX /10 BUHMKHEHHS MpOOJIEM, acoliOBaHUX 3 XPOHIYHOIO
IPOrPECUBHOI0 HEBPOJIOTiyHOIO AUChYHKLI€0. TUM He MeHIle, JaHa Tema,
X0Y 1 € BAKIIMBOIO, aJIe 3HOBY JK TAKH HE OXOILTIOETHCS LI€I0 CTATTEIO.

o CIUICHEKTOMISI € TPOTUIIOKA3aHOIO, 3a BHUHATKOM HEBIAKIAJHMX CTaHIB,
HanpUKIaa, MpU PO3PUBI CeNe3lHKM abo0 TSKKIM TpoMOOUUTONEHIi, 110
BUMarae TpaHcdysii TpomOomuTapHOoi Macu ab0 MOXKEe MPU3BECTH 0
3arpo3JIMBOi JIJIsl KUTTSI BHYTPIIIHBOI KpoBOTEeY1. B Takux Bumaakax notpioHo
PO3IJIIHYTH  MOJIMBICTh TPOBEJCHHS YaCTKOBOi, a HE TOTaJbHOI,
cruieHekToMii. Bei Taki maiieHTH MOBHHHI OTPUMYBATH TaKe JIIKyBaHHS, SIKE
BOHM O OTPUMYBAJM MICIS TOTAJIBHOI CIICHEKTOMIl, HANpUKIaJ, BBEACHHS
BaKIMHU JUIsl MPOQPUIAKTUKH ITHEBMOKOKOBOi 1H(DeKIi, mnpodiiakTuyHe
3acTocyBaHHs MeHiwIiHy. CruleHeKToMis 30UTbIIeHOI, ae (QYHKI[IOHAIBHO
HECIIPOMOXHOI CEJIe31HKM IMOKa3aHa y PIAKICHUX BUIAAKaX, KOJIU CHUCTEMHE
3axBoproBaHHs He Biamoigae Ha 3T y BHCOKOMY J03yBaHHI Ta KOJH BCi
HIITT MOYKJIMBI IPUYUHU pe3uCcTeHTHOCTI 10 D3T BUKIIOUCHI.

Iisti Tepamii Ta cTabdiizanmis B yMoBax JIiKyBaHHSA:

The Belgian Working Group on Gaucher Diseas, Guidelines for
diagnosis, treatment and monitoring of Gaucher's disease (2016)

JlixyBanusi xBopoOu ['ome mMae goOpe ommcaHi B KUIBKOX KEPiBHUIITBAX
TEepaneBTHYHI ITLTI.

Bynu po3ristHyTi pi3HI HACTAHOBH, SIKI CTATM OCHOBOIO TEPANIEBTUYHUX IIUIEH,
onucanux Huxue. (luBucey nogatok 4; 5).

MOHITOPUHI' IIPOI'PECYBAHHS 3AXBOPIOBAHHS TA
E®EKTHUBHOCTI JIIKYBAHHS

Revised recommendations for the management of Gaucher disease in
children. European Journal of Pediatrics (2013)

B Jonmatky 2 npencraBieHi peKOMEHI0BaH1 TOYAaTKOB1 Ta KOHTPOJIbHI METOIU
JOCITIJPKEHHS TIAI[I€HTIB, 10 OTPUMYIOTh Ta HE OTPUMYIOTh JIIKyBaHHS.

MOHITOPUHT AITEH, 1110 MalOTh CUMIITOMH 3aXBOPIOBAHHS

Ha MoMeHT mocTaHOBKM [JiarHO3y Ta B MOJAJBIIOMY KOXHI 6 MICSIIIB
HEOOXITHO BHUKOHYBAaTH MEIWYHMH OTJISIA Ta JOCHIIKEHHS TeMaTOJIOTTYHUX
MOKa3HUKIB XBoporo. Ilicis MOCATHEHHS TepameBTUYHUX IIIed KUIBKICTH Ta
YaCcTOTy MPOBEJACHHS J1Ta0OpaTOPHUX TECTIB MOXKHA 3MEHIIHWTH, ajieé MEINYHHUN
OTJISIT 1 BUBYCHHS aHAMHE3Y CJIIJT MPOJIOBKYBAaTH BUKOHYBATH pa3 Ha MIBPOKY.



https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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JlocHiJDKeHHs] BHYTPIIITHIX OPraHiB

VY npitelt 3 mposiBaMH CHUMITOMIB 3aXBOPIOBaHHS KOXH1 12-24 wMicsIliB,
3aJIEKHO BIJI TSKKOCTI opraHomeranii, ciiji BukoHyBatu o0’emHe MPT. Ilicns
JOCSITHEHHST HOPMAaJIbHUX/CTaOUIbHUX pOo3MipiB opraniB MPT MoxHa nmpoBOAUTH
piame. O6’eMHI MOKa3HUKU NPEJICTABISAIOTh Y BUIIISIAI MHOKMHU HOPMAaJIbHUX
pO3MipiB, pO3paxoBaHUX [Jisg JaHOI Macu Tina. Y JITed MOJIOAIIOrO BIKY
npoBenenHs MPT  3a3Buuail  morpeOye  BHKOHAHHS  IMepopajbHOi  abo
BHYTpIIIHBOBEHHOI cefanii. BpaxoByiouun [03y OMNPOMIHEHHS, KOMII IOTEpHY
tomorpadito (KT) Ouibliie HE 3aCTOCOBYIOTh JiJIi PYTUHHOTO MOHITOPUHTY CTaHy
3I0pOB’sl XBOpHUX. Uepe3 HeJ0CTaTHIO YyTIHUBICTh Y3/l TakoK HE peKOMEHIYETHCS
70 BUKOPUCTAHHS; BUKIIIOYCHHS CTAaHOBUTH HeAoCTymHicTh MeTony MPT. Jlani
V3]l He cniag BpaxoBYBaTH IMiJl 4ac MPUUHSATTS PIlIEHb LIOJ0 3MIHU JO3yBaHHS
npernapary, OCKUIbKA HaBiTh JIOCBIMYCHUH JIIKAP-PEHTICHOJIOT MOXE JIUIIE
npuOJIU3HO OLIHUTU po3Mipu oprany [9, 21]. Pyyne BuMiproBaHHS B CAHTUMETpPax
BIJICTaH1 HU)KYE peOEPHOI AYTH TAKOXK HE JIa€ TOUHUX PE3yJIbTaTiB.

OI11iHKa KICTOK CKEJIeTY

[laTomoriss KICTOK MOXE CHOPUYMHUTH BHUpa)XeHl KIIHIYHI TPOSBU
3aXBOPIOBAHHS Ta TPU3BECTH JO JOBFOCTPOKOBOI iHBANIIHOCTI XBOoporo [26].
CrymiHb  KICTKOBOi TATOJIOTIi HE 3aBXIW KOpEeIoe 31 30UIbIICHHSIM
CEJIC31HKU/TICUIHKYA, aHEeMIEI YU TPOMOOIMUTOMNEHI€r0. TakuM YHWHOM, OIlIHKa
CKENeTy € OOOB’S3KOBOIO JJIi BUKOHAHHS HE3aJIEKHO BiJ 3aTydyeHHS B
NATOJIOTIYHUN TpoIeC HIMX cucTeM opraHizmy. Jlith Ta mimriTku BikoMm 10-20
POKIB, sIKi HE OTPUMYIOTh JIIKYBaHHS, MAalOTh OUIBII TSHDKKE 3aXBOPIOBAHHS KICTOK
[38] Ta MeHIy MIBHICTh KICTKOBOI TKAHWHU Y MOPIBHSAHHI 3 JITBMH MOJIOJIIOTO
BiKy [59], mo BimoOpakae NpOrpecyrourid XapakTep HEeTIKOBaHOiI XBOpoOW B
JUTUHCTBI. X0Y 1 HE y BCIX JITEH CIIOCTEPIra€ThCcsi OCTCOHEKPO3, OCTEOICHIs
Ta/a00 KICTKOB1 KPU3H, 111 MPOSIBU XBOPOOU MOXKYTh MaTH CEPHO3HI JOBrOCTPOKOBI
HACNIJIKK, HAMpHKIaA, KOMIpecis Cyrio0iB, MepeIoMH 1 XpOHIYHUN OLIb.
CrnieHekToMisA, SIKy HIMPOKO 3aCTOCOBYBAM 10 TOSBH (DEPMEHTHOI 3aMiCHOT
Teparii, Mae TOOIYHUN e(deKT — TMOTIPIICHHS CTaHy KICTKOBOi MATOJIOTii uepe3
3pOCTaHHS HAKOMUYCHHS MakpodariB, XeMOKIHIB Ta IUTOKIHIB [2].

Ominka Ta MOHITOPUHT BIUIMBY CKEJETHOI mTaTojorii MmaioTh OyTu
KOMITJIEKCHUMHM, JiKap TOBHUHEH PETYIAPHO BIACTE)KYBAaTH MOMJIMBI KICTKOBI
KpU3HW 1 KiCTKOBUM Outh. Ilim yac MeAWYHOrO OTJISAY OIIHIOIOTH 3pICT JAUTHHH,
Jiana3oH pyxy cyrio0iB, CKOIO3 Ta KiCTKOBI aedopMariiii. MiHepanbHY MIUTEHICTD
KICTKOBOT TKaHWHHU HaWKpalle BUMIPIOBATH 3a JIOMOMOTOI0 JBOXEHEPTETUYHOT
peHTreniBcrkoi adbcopbOiiometpii (JIEPA) Bchoro Tima, MOMEPEKOBOTO BIIALTY
xpeOTa Ta/abo KyJbMIOBHX Cyriao6iB [69]. ¥V miTedt MiHepaiibHa MIUIBHICTH
KICTKOBOT TKaHMHM Ma€ OyTH BUpaKEHa y Z-TOKa3HUKaxX 3TiHO BIKy Ta CTarTi
MaIfielTa, 1o NoTpedye HasIBHOCTI BIAMOBIIHOTO MPOTPAMHOTO 3a0€3MeUeHHS IS
aHaJ3y JaHUX.

3arajsioM pEHTTeHIBChbKI MPOMEHI HE JOCTaTHbO YYTJIMBI JJISI MPOBEIACHHS
MOHITOPUHTY MPOTPECYBaHHS XBOPOOH, 3MIHU BITOOPaKAIOTHCS 3aHAJTO II3HO.
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[Ipu perynsspHOMY 3aCTOCYBaHHI MALIIEHT OTPUMY€E HAAMIPHY 103y 10HI3YIOUYOTrO
BUIIPOMIHIOBaHHS.

MPT € HaifOibll MOMIUPEHUM Ta MPUUHATHUM METOJOM ISl BIJCTEKEHHS
MaTOoJIOTIi KICTKOBOT TKAHUHU Ta KICTKOBOTO MO3KY y MAaIll€HTIB 3 XBopooOoto [oie.
VY nyxe MaleHbKUX AITEH NOCIIIKEHHS MOXXHA MPOBOAUTH Mia cenauiero. MPT
xpeOTa 1 CTETHOBOI KICTKU («30JIOTUH CTaHAapT») Hajae iHGoOpMaliio Mpo
aHOMAaJIbHE PEMOJIEIIOBAHHS, 1H(UIBTPALII0 KICTKOBOTO MO3KY, OCTEOHEKPO3 Ta
octeockiiepos. 1o6 inenTudikyBaTu BIAXWIEHHS Bl HOpMHU, iHTepnpeTaiss MPT
JUTSYOTO BIKY MOTpPeOye 3HAHB MPO MEPETBOPCHHS TEMOITOCTHYHOTO (YSPBOHOTO)
KICTKOBOTO MO3KYy Yy CTErHOBIM KICTIII Ha >KUpOBUM (KoBTUH) [52, 67].
[H}1IbTpaLIiIO )KOBTOrO KICTKOBOTO MO3KY KJIITHHaAMU ['o1ie MOXHa CrocTepiraTu
3a JIOTIOMOT'0K0 METOy Bi3yalli3allii KTbKICHOTO XIMIYHOTO 3CcyBY JlikcoHa (Dixon-
QCSI), cnemianizoBanoi TexHiku MPT; BTiM, 11 1iTeit HOpMAaTHUBHI MOKa3HUKU HE
BHU3HAYCHI, a JaHa METOJMKa HEJOCTYIMHa B OUIBIIOCTI MEIUYHUX 3aKJIaJiB.
TsxKiCTh TATONOT1l KICTKOBOI'O MO3KY, BCTAaHOBJIEHOiI Ha OCHOBI jgaHux MPT,
BHUPAXAETHCS 3a HAMMBKUIBKICHOO OabHOIO cucTemMoro [48].

HIBUIKICTH POCTY XBOPHUX (3pICT Ta Bara), Kl OTPUMYIOTh JIIKYBAaHHS, CIiJ
OI[IHIOBATH KOXHI1 6 MICsAIIB. Y TaKUX MAaIIEHTIB BUKOHYIOTH nmoyatkoe MPT (Ha
MOMEHT TOCTAaHOBKHM [1arHO3y), MOTIM JOCIHIPKEHHS TOBTOPIOIOTh KOXKHI 12
MICSAIIIB, @ TAKOXX KOKHOTO pa3y IpH 3MiH1 Jo3yBaHHs npemnapaty. [|EPA y nitei,
10 MPOXOJATh TEPaIito, HEOOX1THO MPOBOJIUTH TIiJ Yac BUXITHOTO OOCTEKEHHS 1
nam koxHI 12-24 wmicsami 10 Hopmasi3amii NMOKa3HUKIB abo 3a HEOoOXITHOCTI
KopuryBaHHs 103H; noTiM JIEPA BUKOHYIOTH KOXHI TpU poku (0a’kaHO B OJTHOMY
MEIUYHOMY LIEHTPI1 3 BAKOPUCTAHHIM OJIHOTO amapary).

MOHITOPUHT CTaHy 3J0pPOB’sl JITEH 3 acMMOTOMHUM IiepebiroM XBopoOu
Llomre

Sk 1y BUNAAKY 3 IIThMHU, 110 MAlOTh CUMIITOMH XBOPOOH, MOHITOPHHT CTaHYy
3I0POB’Sl ACUMITOMHHX JiTeH, siki OyJau BHSBJIEHI 4Yepe3 HASBHICTh ypaKCHHX
piiHUX OpariB 4M cecTep, CIiJ MPOBOAUTH KOXHI 6 MicsmiB. OCKUTBKH XBOP1
cuOCH 3a3BUYail MArOTh CXOXKUU Tepedir 3aXBOPIOBaHHS, JAOJATKOBHM KOHTPOJIb
CIIJT 3ampoBa/pKyBaTH KEPYIOUHMCh BIKOM TAaIli€HTAa Ta TSDKKICTIO CHUMIITOMIB
MaToJIOT1] y cTapmioro cioca (-iB).

VY BejeHHI XBOpUX MITeH, AKI Oyau BUSABICHI HNUISIXOM CKPUHIHTY TEBHOI
CHUTBHOTH, € TIEBHA JUJIEMa, 0COOJIMBO MPH HEBIJOMOMY T€HOTHII a00 TaKOMY, 110
MPOTHO3Y€E OUTBII JIETKHI Tiepedir 3axBopioBanHs. Cepea TakuX AITeH CUMITOMH
xBopoOu ['o1re MOXKYTh MPOSBISATUCS B OyAb-SIKOMY Billi 200 aCHMIITOMHUN CTaH
30epiraeTbcsi MPOTATOM YChOTO KHUTTS. B Takux BHIMagkax pPEeKOMEHIOBAHO
MPOBOJUTH MEIWYHE OOCTEKEHHS IMOHAWMEHINE OAWH pa3 Ha pik. Yacrtora
MOHITOPUHTY JliTeld, y SKHX BHUABWIM XBOpoOy TiJ dYac CKpHUHIHTY
HOBOHAPO/DKCHHUX, 3aJICKUTh BiJ TEHOTHUNY: «TSKKHI» TEHOTHUIl TMOTpeOye
BIJICTEKEHHS KOXXHI 6 MICSIIIB; 32 HAsSBHOCTI OUIbII COPHUSATIUBOTO T€HOTHITY, B
tomy urciii N370S, oliHKY CTaHy CJiJi BAKOHYBaTH HIOPIYHO.
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Komenmap poobouoi cpynu: Pioni cubcu nayienmie 3 6CMAHOBIEHUM
oiacnozom XI" nosuHHi npoxooumu meouune oocmedicenHs wjonaimenue 1 pasz Ha
DIK, 0COOIUBO NpU HEBCMAHOBIEHOMY 2eHOMUNI, O GUAGNIEHHS NePUUX KITHIYHUX
nposi6i8 i CBOEUACHO20 PO32/IsI0Y NUMAHHS NPO HEOOXIOHICMb JIIKYBAHHL.

O1iHKa BHYTPIIIHIX OPTaHiB Ta CKEIETY

JUiss MOHITOPUHTY OpraHoMmeranii y JiTed 3 acUMOTOMHHUM Iepedirom
3aXBOPIOBAHHA JIOL[IBHO BUKOPUCTOBYBAaTU MeTon ¥Y3/l, ae TUIbKM O MOMEHTY,
KOJIM  BHACHIOK  KIIHIYHOTO  TOTIPIIEHHS  PO3TJSAJAEThCS  HEOOXIIHICTD
npu3HaYeHHs GepMeHTHOI 3aMicHOi Tepamii. MPT kicTok ciig BUKOHYBaTH KOXKHI
12-24 wmicami (SKII0 MOXIIUBO), 1HOM1 JJISI MPAKTHUYHOI 3PYYHOCT1 JOCIIKEHHS
npoBoauThes min cepaniero. Yacrora JIEPA — koxHi 12 micsiiB, oco6iauBo 3a
BizcytHocTi MPT ([omatok 9).

MoHitopuHT HeiiponatudHoi popmu xBopoou I"orre

Management of neuronopathic  Gaucher disease: Revised
recommendations. A. Vellodi, A. Tylki-Szymanska, E. H. Davies, E. Kolodny,
B. Bembi, T.Collin-Histed, E. Mengel, A. Erikson, R. Schiffmann (2009)

Y HacTymHUX Tpymnax TOBUHHO OyTHM BHUKOHAHE TIOBHE IiHIIaJIbHE
HEBPOJIOTIYHE OOCTEKCHHS

A. Bci nartientu 13 Briepie giarnoctoBanor XI.

B. Oco06nmBy yBary moTpiOHO TpuAiIUTH maiieHTam 3 XI', y sSKuX €
ouH 260 OLIbIIE 3 HACTYITHUX (DAKTOPIB pU3HKY po3BUTKY HXI

° Pinnawmit 6pat abo cecTpa maiieHTa 3 mATBEepKeHUM JiarHozoM HXT .

° I'eHoTnnm «BHCOKOTO pU3WKY», B ToMy uucii [444P/1.444P,

D409H/D409H a6o L[444P/D409H. T'eHotnnu mNOBWUHHI OyTH TiATBEPKEHI
npsmMuM cekBeHyBaHHsM JIHK, ocoGiaumBOo y Bumajkax migo3pd Ha HasBHICTH
anenpbHUX reHiB  L444P. Ilpu BusHaueHHi momiMopdisMy  JTOBXKHHH
pECTpUKIIIHHOTO (QparMeHTy HE MOXKHa BIIPI3HUTH aneabHuil reH [444P 3
tpancnokaniero T—C Bix anensHOro TeHa L444R 3 Tpancnokamiero T—G [24]. Ha
BimMiHy Bix amenpHOro reHa [L444P anenpHuit ren L444R He acomifioBaHmid 3
HEHPOHONMATUYHOIO XBOP00O010. KpiM TOro, KOMIUIEKC PEKOMOIHAHTHUX aJeIbHUX
reHiB, mo BKIOYae [444P, moxke OyTH BUSBICHHM TUIBKH 3a JOIIOMOT'OIO
CEKBEHYBaHHSI.

° PozBuToK TskKOT crictemHoi XI y Birli < 2 pokiB.

BianoBigauii HEBPOJOTIYHUA MOHITOPHUHT IIOBHHEH 3IMCHIOBAaTUCS Ha
PETYISIPHIN OCHOBI Y BCiX HaBEJIEHUX BHIIE TPYyIMax, HE3AJIEKHO BiJl TOTO, OV10 YU
He OYN0 BUABIEHO HEBPOJIOCIUHI NOPYUIEHHA NpU  [HIYIATbHOMY O0OCMENCEeHHI,
OCKLTHKM BOHU MOXKYTh BUSBIISITHCH TTI3HIIIIE.

YV Tabmumsax 6 Ta 7 mnpenctaBieHo oHOBJIEHI CHeriagbHOI TPYIIO
PEKOMEHI0BaH1 MPOTOKOIM 1HIIIaJIbHOIO HEBPOJIOTTYHOTO oOcTexxkeHHs (Tabnuis
6) Ta mnoHaNBIIOrO HEBpoJoriyHoro MoHitopuHry (Tabmuust 7). Bonu
MPEeJICTaBICH] Y BUTJIAA1 MIHIMAIBHUX KITHIYHUX MPOTOKOJIB, B SKUX 371HCHEHA
cripo0a BKJIIOUUTH 3arajbHOJOCTYIIHI, €EKTUBHI Ta €KOHOMIYHI METOJUKH, aje
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IpU LbOMY OTPUMATH HAHOUIBIILY MOXKJIMBY KUIBKICTh KIIIHIYHO Ba)KJIMBUX JTAHHX.
BpaxoByroun mnonepenHiid 1OCBiI, 3 METOK €(PEKTUBHOIO MOHITOPUHIY TAaKUX
MaIi€HTiB HeOOX1IHE BIJMIOBIIHE Ta peTelibHE OOCTEKEHHS 3T1HO 3 aJITOPUTMOM.

Ta6auusa 6. MiHiMaabHUN KIIHIYHUKA MPOTOKOJ IHILIAIBHOTO OOCTEXEHHS
Ha IIpeIMET MEPBUHHUX HEBPOJIOTTYHUX NOpYyIIEeHb npu XI

1. KniniuHe o0cTesKeHHSA

e HeBposoriune o0cTexeHHs, OakaHO TMPOBEICHE HEBPOJOrOM 3 JOCBIIOM
poOOTH 3 malieHTaMu 3 HelpoHonatuyHow (hopmoro XI.

e JlocmikeHHs pyXy ouel, OaxxaHO MpoBeaAcHE HeHpoodTaTbMOIOTOM abo
HEBpoJioroM. MiHIMallbHE OOCTEKEHHS BKJIIOYAE BUKJIMKAHHS ITOBTOPHHUX
TOPU3OHTAIBHUX CaKKaJ MaKCUMaJbHOI aMIUNTYAH, M0 TOBHHHO OYyTH
3M1MCHEHO B JIe)KAUYOMY IIOJIOKEHHI, 3 TOPIBHSHHAM 31 3JJ0POBOIO OCOOOI0.
baxkxano momaTkoBO TPOBECTH OO0’ €KTUBHE IOCHIDKEHHS, Hampukiaa, DC-
€IEKTPOOKYJIOrpadit0, OCKUIBKU MPU OJTHOMY TUIBKU KITHIYHOMY O0OCTEXEHHI
4acTO MPOIYCKAIOThHCS MOBLIBHI CaKKaJW Yd napaniy norisiay [14].

e JlomatkoBe  HeHpoodTAIbMOJIOTIYHE  JOCHIIKEHHS, B  TOMY  YHCII
0 TaTbMOCKOITISI.

e BuwmipioBaHHs mnepudepuyHOro ciayxy (EIeKTPOaKyCTHYHA eMICis y Mallux
JTEH, TOHATBHA ayAIOMETPIs y CTapIINX MAIE€HTIB).

2. BisyaJi3auisi r0JI0BHOT0 MO3KY

e [lepeBara HamaeThCs MarHiTHO-pe3oHaHCHIM Tomorpadii (MPT), ame sxmio
MPT HemoctymHa, TOAi MoOke OyTH TMpoOBeJeHa KOMIT IOTepHa Tomorpadis
(KT). V nyxe xBOopuX JiTei MOBUHHI OpaTHUCh IO yBaru puU3MKH aHecTe3li 1
CKaHyBaHHS TOBWUHHO OyTH BiJKJIaJeHE JIO TOrO 4Yacy, KOJHM AUTHHA Oyre
KJIIHIYHO CTa01IBHOIO.

3. Heiipodisionoriune gocsixxeHHst

e Enexrpoeniedanorpadis (EED).

4. HeliponncuxomeTpis

e BinmoBigHi A0 BIKYy pe3yJbTaTH JOCHIDKEHHS TIOBUHHI OYyTH OIliHEHI
KkBasi(pikoBaHUM TMCUXONOrOM. MoXe BUHUKHYTH MOTpeda y BiATEpMiHYyBaHHI
JOCIIHKEHHSI, 0COOJIMBO Y MaJIUX JITEH, 0 TOTO Yacy, KOJW 3arajJbHUN CTaH
3I0pOB’s marfieHTa Oyjae B JIOCTaTHBHO 3aJIOBUIBHOMY CTaHi JIJIi MOJKJIHMBOCTI
npoBe/ieHHs eQEeKTUBHOI OIIHKKM. BUKOPHCTOBYBaTHCH TOBUHHI HIUPOKO
noctynHi mporokonw, Taki sk Illkama Bekcnepa misi BuU3HAYEHHS PiBHS
iHTemekTy y miteii® — 4-ta Gpuranceka Bepcis (WISC-IVUK), 3a BHHSATKOM
BUTIAJIKIB, KOJIM BOHU € HETIPUAATHUMHU 3 MOBHHX 200 KYJIBTYPHUX MIPKYBaHb.
Moke BHHHKAaTH ToTpeda B TPOBEICHHI CHEMU(IYHUX JOCIITKECHb,
HATIPUKIIAJI, TOCITIKEHHS MOBH, TIaM’SITi, BI3yaJIbHO-IIPOCTOPOBUX HABHUKIB 1 T.
n. Taki mocnikeHHsS MOBUHHI OyTH MPHUCTOCOBAaHI J0 OCOOJUBOCTEHW KOXKHOI
OKPEMOI1 INTUHMU.
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Tadaumua 7. MiHIMaIbHUN  KJIIHIYHUA —~ MOPOTOKOJ  HEBPOJOTIYHOTO

KOHTPOJBbHOTO 00cTex)eHHs npu XI'

1. KniniyHe 00cTe:KeHHHA

e HeBposoriune 0OCTEXKEHHS: KOXHI 3 MICSI BIPOJOBXK MEPIIOrO POKY Ta
KOKHI 6 MicsIiB — B noaajabliomy. HeBposoriune oOCTEXEHHsSI BKIHOYAE
ouinky 3a Ilkanoro nist Bu3HaueHHs cryneHs Tspkkocti HXT [7] 3 meToro
MOHITOPUHTY 3MiH. Y Malli€HTIB NTIITKOBOTO Ta IOPOCIOrO BIKY, CTaH SKUX
€ CTaOUIbHUM, MPOBEACHHS HEBPOJOrIYHOTO OOCTEKEHHS OJMH Pa3 Ha PiK
MO3K€ OyTH JOCTATHIM.

e Ko Ha MOMEHT IHINIAJBHOTO OOCTEKEHHS pyX OYHHUX sIOJyK BBakKaBCs
HOpMaJLHUM a00 SKIIO pe3yiabTaT OyB JBOX3HAYHHUM (YacTO BiJ3HAYAETHCS
y IyXe Manux abo XBOpUX JMAiTeil), TOAl NaHe IOCHIIKEHHS MOTPIOHO
TIOBTOPUTH.

e JlomatkoBe HEWpPOODTATBMOJIOTIYHE OOCTEKEHHS: TUIBKM 3a HasBHOCTI
KIIHIYHUX TI0Ka3aHb, HANPHUKIAJ, y BHIJAKy Iapajidy IIOCTOI Hapu
YEepPEITHO-MO3KOBHX HEPBIB.

e Orinka nepudepudHoro ciyxy (ayaioMeTpis abo eIeKTpoaKyCTUYHA eMICis,
B 3QJIKHOCTI BIJ BIKY,IK 3a3HAYECHO BWIIE): OIIHKA TEHACHII KOXH1 2-3
POKH.

2. BisyaJi3auisi r0JIOBHOT0 MO3KY

e Turtbku 3a HAsABHOCTI KIIHIYHMX TOKa3aHb. [loBuHEeH Opatuch 10 yBaru
pU3MK aHecTe31i. BUKIIIOUeHHS MOKHA 3pOOUTH /ISl MAIEHTIB 3 aleJIbHUM
resoM D409H. V takux maiieHTiB MOXke OyTH pu3HK Tiapouedanii [15;21],
y 3B’SI3KYy 3 UMM CKaHyBaHHS MOBUHHO MPOBOJAUTHUCH HA PETYJISIPHiN OCHOBI.

3. Heiipodisiosoriune gocsigxeHHst

e EEI: TulbKkM mnpHW KIIHIYHKX TOKa3aHHAX, HAINPHUKIAJI, 3a HasSBHOCTI
eNMUICNITUYHUX HamadiB. Y BHUIAJIKy III03pH HA MIOKJIOHYC, MOXKE
BUHUKHYTH HEOOXITHICTh y IPOBEJACHHI TEJIEMETPIi.

e Bu3HaueHHS MMBHUAKOCTI MPOBEICHHS HEPBOBOTO IMITYJIbCY: TUIBKH IPH
KIIHIYHAX TOKa3aHHSAX, 32 HAsSBHOCTI TaKUX CHMIITOMIB, SK BiIUyTTS
CBepOiHHS, OHIMIHHS, TOKOJIOBAHHS.

4. Heitponicuxomertpist

e VY mIOpiYHHUX OOCTEKCHHSAX, SK IPaBUIIO, HEMAae€ HEOOXITHOCTI, OCKUIBKH
BOHHM BUMAararoTh 6arato yacy. Mu nponoHyeMo HaCTYyMHE: OOCTEKESHHS TIPH
MOCTYIUICHHI B IIKOJIy, MOTIM — TMPU TEPEeXoj]i 3 MOYaTKOBOi IMKOJIU B
CEPEeHI0 MIKOJy, 1 MOTIM — MPU BCTYIMI B KOJEK / BHUIIMA HAaBYATHHHMA
3aknaa. BukopucToByBaTHCh TMOBWHHI IIKAIH, IO BIATOBITAIOTH TIEBHOMY
BIKY.

KoprucHuMm iHCTpyMEHTOM € 3aTBep/uKeHa Moau(diKoBaHAa IIKama TIKKOCTI

3aXBOPIOBAHHS, 1110 JI03BOJISIE BIACTSKUTH KIITHIYHUM niepeOir matosorii [19].

MOIII/I(l)iKOBaHa Ka/jJa AJdd BU3HAYCHHHA CTYIICHHA TAKKOCTI 3aXBOPHOBaHHA
(mSST)

[Mapaniy norusay Hopwma (xo4a € MajoiMOBIpHOIO ITpH AaHoMYy fiarHosi) 0
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Odranbemororiaae
00CTeKCHHS

Eminerncis

Bix Ha MOMeHT meproro
eNUICITUYHOTO Hamaay

Po3BuTok / KOrHITHBHA
31aTHICTH

ATakcis mpu x01601

Mo0304YKOBHM TPEMOP

[TipamigHi nopyieHHs

Exctpanipaminni
MOPYIICHHS

lopu3oHTanpHi  cakkaau  BIACYTHI, BEPTUKAJIbHI
CaKKaJy HasBHI

lopuzoHTanmbHI Cakkagu Ta BEPTUKAIBHI CaKKaau
BIJICYTHI

Hopma

[Tapania gepernHo-MO3KOBOTO HEpBa (3 MOTECPEAHBOIO
KOpEKIliero abo 6e3 Het)

[Mapaniu  4yepemHO-MO3KOBOTO  HepBa  (IIOBTOpHE
BUHUKHCHHSI HE3BKAIOUHN HA XIPYPridHy KOPEKIIit0)
BiacyTHicTh emiilenTUYHUX HaMa/iB

EnutentuyHi Hanaau, SKi HE BUMAaraloTh MPU3HAYEHHS
NPOTHCYIOMHHUX TTPETapaTiB

Enutentuyni Hanaau, sSKi KOHTPOJIIOIOTHCS MPUHOMOM
NPOTHCYIOMHHUX TIPETapaTiB

Enutentuyni Hamaau, $K1I BHMAararmTh HpPU3HAUYEHHS
KOMOIHOBaHOI Tepamii a00 fAKiI € PE3UCTCHTHHUMHU [0
MPOTHCYIOMHHUX TIpETapariB

Memniue 5 pokiB

5-10 poxkiB

10-15 pokiB

16 pokiB Ta Ounplie ab0 BIICYTHICTh EMUIENTHYHUX
HaIaiB

Hopma

[Topymennss nerkoro crymens (IQ menme 85 abo
€KBIBaJICHTHO)

[Topymennss cepemaboro crymens (IQ 50-57 abo
€KBIBaJICHTHO)

[TopymieHHST TSHKKOTO CTyINeHs (3HIDKEHHS OUThIN HIK
Ha TOJIOBUHY BiJl HOPMH, XapakTEpHOI Uil HASBHOTO
XPOHOJIOTIYHOTO BIKY)

Hopwma, arakcis mposiBIsS€TbCA TUIBKKA TIPH TaHJIEMHIN
xX0601

ATakcis mpu X0601 MO MpsAMIi JIiH1{, 3AaTHICTh XOIUTH
0€e3 JoImoMoru

31aTHICTh XOJIUTHU TUIBKH 3 IOTIOMOTOO

He3natHicTh X01uTH

BincyTHICTh IHTEHIIHHOTO TpEMOpY

[HTenuiiinuii Tpemop 0e3 mopyuieHHs GyHKIIIT
[HTEHIIMHUH TpeMOp 3 BUPAKCHUM TOPYIICHHSIM
byHkuii

Hopmanbhuit ToHyc M’s131B 3 MIABUILEHHSIM peQIIeKCiB
Jlerke abo moOMipHE MiJABMUIIECHHS TOHYCYy M’ S31B Ta
peduiekcis

[TinBuIIeHHS TOHYCY M’A31B Ta pe(IIEKCiB 3 KIOHYCOM,
HEe3aJIC)KHO BIJl TOTO, € BIH HECTIHKUM YH CTIHKUM
TspKKa CITaCTUYHICTE M’ SI31B 3 HE3MATHICTIO XOAUTH
Hopma

BapiaGenbHicTh TOHYCy Ta MO3u 0€3 MOpPYILIEHHS
¢ynkuii Ha (oni Teparnii abo 6e3 Teparmii
BapiaGenpHIiCTh TOHYCY Ta IMO3UW 3 TOPYLIEHHSIM
¢dyHKIIi, He3Ba)KAIOUM HA TEpario

0,5

W
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Bupaxena puriiHicTh M’s3iB 3 BIACYTHICTIO edekTy / 3
MiHIMaJIbHUM €()EeKTOM Bif Teparii

Yrpynuenns xoBTanHs / HopmaneHa QyHKIIS 0
opaibHa Oynpbapra [lucdaris nerkoro cryreHs (HaaMipHa CIIMHOTEYA)) 1
GbyHKIIsA Hucdaris momipHoro crymeHs (pu3uK acmipamii, 2

notpeba B Moau(ikarlii xapuyBaHHs)
Hucdaris Tsoxkoro crymeHs (motpeba B XapuyBaHHI, 3
II0 HE 3IICHIOETHCS Yepe3 POT)

Mosga Hopwma (a Takox niTH, SIKi Ie € 3aHaATO MajdumH, mob 0
TOBOPUTH)
JuzapTpis JEerkoro Ta CEepeJHbOro CTymeHs, mo 1
HOPYIIYE CIPUUHSATTS MOBU CTOPOHHIM CITyXauem
Ju3apTpis TSKKOTO CTYNEHs, L0 MPU3BOAUTH [0 2
HECHPUUHATTA OUIbIIOI YacTMHM MOBH  OJM3BKOIO
JIIOJTMHOIO Ta CTOPOHHIM CIIyXadem
AmnapTpis (HE34aTHICTh TOBOPUTH)

dopma xpedTa Hopma
Jlerkuii kido3, mpore 30epexeHa THyYKICTh Ta HEMae
noTpedu B Qikcarii
[Homipuuii kio3, SAKHII YACTKOBO KOperyerbcsi 3a 2
J0TIOMOT010 (iKkcarlii
Tsoxkuit kio3, KU HE KOperyerbcs 3a JOMOMOTowo 3
dikcamii abo BUMarae TMPOBEIACHHS XIPYPTridHOTO

BTPYYaHHS
Bcroro 36

S W

p—

BaritHicTh

Intravenous enzyme replacement therapy (ERT) for Gaucher disease.
UnitedHealthcare Oxford Clinical Policy (2022)

3 METOI0 OIlIHKK Tepediry BariTHocTi y kiHOK 3 XI, skl OTpUMyBaIH
Benarmonepasy anwda, 3 2004 poky Oynu 3i0paHi pe3yiabTaTd 3 IIECTH
MYJIbTHHAIIOHAIBHUX KIITHIYHUX HEeHTPiB [17].

3aranom, 25 BariTHOCTEeW (cepenHid TepMiH BariTHOCTI — 2,7 MICAIIB
,cepenuiii tepmin Ha D3T- 31,2 wmicami) Oyno 3apeectpoBaHo y 21 KIHKH
(cepenniit Bik 32,0 pokiB). Y mepuioMy TpUMECTpi CTaBCs abOPT y JABOX KIHOK
(Bmepiie BariTHUX) Ta y OJHIET )KIHKHU, sIKa BXKe Maya BaritTHOcTi. HapomkyBaHICTh
cknana 84% (cepenniit Bik rectarii, 39,7 twxkuiB). CepenHs Bara y OiTed mpH
Hapo/DKeHHI ctaHoBmia 32344 r, 3a mkanor Amnrap moHax 9 OamiB. Y 18
MAaIEHTOK TOJIOTH OynH  (i3ionoriyHi. Y JBOX IMAIiEHTOK MPOBOIUBCS KecapiB
PO3THUH y 3B'SI3KY 3 EHAOMPOTE3yBAaHHSAM KYJBIIOBUX CYTI00IB, y TpPEThOi-
MOBTOPHUH KecapiB PO3TUH

JleB'aTh ~ MAIllIEHTOK OTPUMAJId  MICIEBY aHaiure3ir0 /  aHecTe3iio.
[TicnAmonoroBi yckJagHEHHS OyJld pIIIKUMH, CHOCTEpiraBcsi OJWUH BHUMAJOK
MICTSANONIOroBO1 (TianeHTapHoi) kpoBoteui. CepeliHi MOKa3HUKUA T'eMOTJI00iHy Ta
TPOMOOLIMTIB MiJ Yac BariTHOCTI noainuryBanucs (9,45% ta 26,0%, BiAMOBIAHO).
Onuparounch Ha JaHl CIOCTEPEKEHHS, 310paHuX MPOTIrOM MPUOIH3HO § POKIB,
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Oyno 3po0JieHO BHCHOBOK, 110 Benarmronepasa anbda Oe3nedHa ajis 3a4aTTs Ta
BariTHOCTI 3 TAPHUMH pe3yJbTaTaMU MaTePiB Ta HOBOHAPOKEHUX.

Komenmap pooéouoi epynu: Hatibinbwii cnocmepedicents wooo 8a2imHoCmi
nio uac nposedenns D3T Hagedeni npu 3acmocysanui imienoyepazu (416
sazimuocmeil y 247 HCiHOK) npooounucs 6 0ocniodcenti Ari Zimran et al.(2009).
He 6yno ompumano 0okasie 6y0b-s1K020 HECHPUAMAUBO20 BNAUSY IMienOYepa3u Ha
naio abo Hemoenam, AKUX 200YIomb  2pyobMu mMamepi, AKi NpuimMaromo
anvenoyepasy ma/abo imienoyepasy.

binvw demanvHo 3 00OCNIOHCEHHAM MOMCHA O3HAUOMUMUCHL 34 HACMYNHUM
NOCUTLAHHAM !
https://www.sciencedirect.com/science/article/abs/pii/S1079979609001053

B Vkpaiui, 3a oanumu xniniunoi 6azu nayieumie 3 XI' 1 muny, 5 owciHok
penpooykmueHo2o 8ixky, nio uac nposedenns D3T npenapamom imicnioyepasa,
3Q68a2IMHIAU Ma YCHIWHO 3A8ePUUTU BALIMHOCMI HAPOONCEHHAM 8 300pOBUX
dimeti. /lo3za npenapamy cmanosuna 6i0 30 0o 60 Oo/ke. Bacimuicmov nepebicana
be3 yckraonenv. Koonux nobiunux peaxyiu, nos’szanux 3 D3T 6 nepioo
8a2imHOCMi ma noJio2ie He 3a¢hikco8aHo.

Hani  gapmaxonociunoco Haensdy nokazyroms, wo Imienoyepaza ma
Benaenoyepaza anvgpa Oesneuni Onn  3auamms  ma  eacimHocmi, 0obOpe
NepPeHOCUMbCsl Yy BACIMHUX JHCIHOK | HeMA€e HIAKUX 00KA3i8 NOOIUHUX eqeKmis,
nos'sizanux 3 eazimuicmio. [ivicno, ®@3T moowce 3Hadobumucs, no-nepuie, 0
bopomvou 3 x60p0o6010, ockintbku XI' Modice 3a2ocmpumucs nio yac ea2imiHocmi, a
no-opyeze, nonepeoumu mpomooyumonerito, AKa Modice Oymu 3a2po3iusor nio uac
sazimuocmi abo noJo2ie i NPOMUNOKazana 0as enioypaivhoi awecmesii. Jlawi
wooo besneunozo euxopucmauus Tanienioyepasu anvga nio wac eazimmocmi
00OMedHCEHO.

AJIBTEPHATHUBHI METO/IU JIIKYBAHHA

The Belgian Working Group on Gaucher Diseas, Guidelines for
diagnosis, treatment and monitoring of Gaucher's disease (2016)

CPT: CyOcTpaT-penykuiiiHa Tepamnisi (mepopaJjibHa):

Mirnycrat

IminoBuit  nykop W-OyTWiae30KCUHOPHUMILIMH,  MIIIYCTaT, IHT10ITOP
[JIIOKOLIEpEOPO3UICUHTA3M, NIEPUIUI eTan 010JIONYHOTO CUHTE3Y IIIKOJINIIIB, OYB
MEepPEeIBICHUKOM NEpOpajbHUX CYOCTpAaTHUX IHTIOITOPIB Ajisl JiKyBaHHA XI', 110
Oyno Bnepie 3anponoHoBaHo Radin B 1976 poui. Xoya KiIiHIYHI BUIPOOYBaHHS
MOKa3ajdu CyTTEBUW  BIUIMB HAa  OCHOBHI  IOKa3HUKH  3aXBOPIOBAHHS,
npoOseMaTuuHuil mpoduib Oe3neku OO0yMOBUB BIJHOCHO BY3bKi MOKa3aHHS [0
3aCTOCYBaHHS, KOJIU €BpOIEchbKe areHTCTBO JIKAPCHKUX 3acO0IB 3aTBEPIUIIO
Mirnyctat (3aBecka, AKTENOH) JJIs JIIKYBAHHS MAIL[IEHTIB 3 JIETKOIO Ta MOMIPHOIO
XT', sxi He € miaxoasmumu Kanaugatamu g O3T (2002 p.), a FDA — nns


https://www.sciencedirect.com/science/article/abs/pii/S1079979609001053
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nauieHTiB, A skux 3T He € migxoasmmuMm BapianTtoM JiikyBaHHsS (2003 p.). Tum
HE MEHII, 32 BIJICYTHOCTI IHIIMX METOJIB, 3/IaTHUX BIUIMBAaTH HA HEBPOJIOTIYHI
ocobomuBocti, wmed 3acild6 i1 CPT  wmae noTeHmian i NEpPETUHY
remaroeHnedamnyaoro 6ap'epy 1 po3mISAAEThCA SK MPOTOTUN TEPANEBTHUYHOTO
BEJ[IHHS HelpoHonaTUYHUX (opM xBopoodu. KpiMm Toro, mpenapar 3acToCOBY€eThCS
MepopalIbHO, 110 YCyBae 0arato He3pydHocTel BHYTpilmHroBeHHOT @3T. Ha kanb,
B KJIIHIYHOMY BUIIPOOYBaHHI Mirnyctary npu ['X 3-ro Tumy He BAAnocs JOCATTH
HEBPOJIOTTYHUX TiepeBar. Uepe3 HU3bKY €(DEeKTUBHICTD Mpenapary y namieHTis 3 XI
I-ro Tuny (y nopiBHaHHi 3 ®3T) B moeaHaHHi 3 OUIbII BUCOKOK YaCTOTOIO
no01yHUX e(eKTiB (IIUTYHKOBO-KHUILIKOBHX, HEBPOJIOTTUHUX) 1Ie¥ mpenapar Ouiblie
He npu3HayaTh y benbrii. Komnanis «AkTenmion» mpocyBae 1€l mpemapar st
3aCTOCYBaHHS B JIIKYBaHH1 1HIIOT JII30COMHOI XBOPOOM HAKONMUYEHHS — XBOpOOHU
Himana-ITika Tuny C.

Komenmap pooouoi epynu: Cmanom wna 01.07.2022 nikapcokuii 3acio
mienycmam 8 YKpaini ne 3apeecmpogano.

Enirnycrar, [lepaenra®:

HemonaBHuo posnouanuck kiaiHiuHi1 BunpoOyBanus CPT ¢das3u 3. Enirmycrat
([xenzarim Kopn) — 1e uepamimHuii a”ajor cyocTtpary (Ha BIIMIHY Bif
dbparMeHTa TJIIOKO3H, K Yy MIJIycTaTi) 3 KpamuMm mpodiseM Oe3nmeKkd Ta OUIbII
BHCOKOIO aKTUBHICTIO, HIXK y MITJIyCTaTy. 2-pidHi pe3yJbTaTH BUNPOOyBaHHS (ha3u
2 moKazaly pi3Ke MOKpaIleHHs KIIYOBUX KIIHIYHUX MOKa3HUKIB y 20 3 24
naiieHTiB 3 XI' 1-ro tumy. Take mokpamnieHHs: TaKOXK OyJI0 IPOJAEMOHCTPOBAHE B
panaoMizoBaHoMYy KiiHiuHOMY BunpoOyBaHHi (pa3zu 3 ENGAGE. He3paxkaroun Ha
Te, MO el mnepopainbHuii 3acid mist CPT, imMoBipHO, OoTpuMae peecTpalliiiHe
MOCBITYEHHS (OYIKYEThCS OTPUMAaHHS 3aJ0BUIBHUX JaHUX 3 O€3leku), BiH
BUMaraTuMe JOBTOCTPOKOBOI'O JIOCBiAYy 3acTtocyBaHHs (joBmioro, Hix mis ®3T)
gyepe3 CKIaaHuN MeTabonisM muToxpomy P450, mo yckinagHioe BUKOPHUCTAHHS
NesKuX JIKiB. BaXiauBo  BiA3HAYWTH, IO EJIITJIyCTaT HE TEPETHHAE
remaToeHnedaniyHuii 6ap'ep, OTKe, HE Ma€ JOMATKOBHUX MepeBar y JikyBaHHI XI
3-ro Tumy.

[HpopMallisi CTOCOBHO MepopaidbHOI Tepamii emiraycTatoM (IepcoHaNbHEe
CHUIKYBaHHs 3 KomnaHiero «Jxenzaiim/Canodi»):

[lepen mouatkom Tepamii emirmyctatom (Ilepaenra®) marmieHTH TOBWHHI
nporitn TeHotunyBanHa mono CYP2D6 nns Bu3HaueHHS cTaHy MeTabomi3My
CYP2D6. Horo 6yne BukonyBaTH naGopatopis LabCorp, Mexenen, Bensris, a
¢binancye 1o mocayry kommanis «Jlxenzaitm/Canodi». Ha CYP2D6 6a3yerbes
BU3HAYCHHS JI03M Mpernapary.

[TokazaHHs 10 3aCTOCYBAHHS:

Enirnycrar npusHaueHui 151 JOBFOCTPOKOBOT Tepamii JOPOCIUX MaII€HTIB 13
xBopoOoto 'ome 1-ro tunmy (XI' 1), siki € noBuibHUMU MeTabomn3aTopamu (I1IM),
cepeaniMmu Metabonizatopamu (CM) abo mBuakumu meradosnizaropamu (LIIM)
CYP2D6.
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Komenmap pobouoi epynu: Cmanom na 01.07.2022 nixapcokuii 3acio
enienycmam 8 YKpaini ne 3apeecmposano.

I'enna teparmisi: Ha eTari JOCIIIKEHHS.

Tepanisi papMaKoJIOriYHUMH HIANIEPOHAMM:

Tepanist papmakonoriunumu maneponamu (OIII) — wme HoOBa cTpateris
30UTBIIEHHS]  3QJMIIKOBOI aKTUBHOCTI IIISAXOM CTaOuIi3alii HenpaBUIIbHO
CKOMITOHOBAaHMUX MYTAaHTHUX O1IKiIB, 3amoOiraHHs Jerpajaiii B MpOeo30Max,
NOB'3aHIN 3 EHJOIJIa3MAaTHYHUM PETHKYIyMOM, Ta 3a0e3MedeHHs Mirpamii 110
mizocoM. Llet migxim ocoOaMBO KOpUCHMM JJisi mamieHTiB 3 X[, OCKIIBKH HaBITh
noMipHe 30UTbIIEHHS 3aJIMIIKOBOI TIIIOKOIepeOpo3uaa3u Mae OyTH JOCTATHIM IS
nom'sikiieHHs: peHoTuny. bigbiie Toro, mi MajaeHbKI MOJICKYJIM TOBHHHI MaTu
3IaTHICTh TEpPEeTHHATH reMaroeHnedaniunuii Oap'ep. Ilepmum manepoHom, 1o
BUKOPUCTOBYBABCS Yy KIIHIYHOMY JOCIIKEHH1, OYB 130(aroMiny tapTpat (Amikyc
TepaneBTikc), aje BunpoOyBaHHs Ga3u 2 He AOCATIN KIHIIEBUX TOYOK 1 MOJabIlia
po3poOka OyJia MpUIUHEeHA.

Hpyrum marneponom € ambpokcony riapoxinopun (ExkcCAP Kopropeiinin),
sakuii 30 pokiB ToMy OYB pO3poOJICHUH B SKOCTI MYKOJITUYHOTO 3aco0y
(MyxkoconBaH, bepinrep InrenpxaiiM) 1 gocTymHmii 0e3 penenty B 0aratbox
KpaiHax. A. Zimran BUKOPHUCTOBYBaB AMOpPOKCOJI 3a MeXaMHu 3apeecTpOBAHUX
nokazanb y 12 oci6 3 momipHo BupaxeHnorw XI' 1-ro tumy B 2009 poiri, npu 11boMy
juiie 2 malieHTa 3 HAaWMEHIIOK MAacolo TUTa JOCSTIIM MO3UTHUBHUX PE3YIbTaTiB,
0 CBIIYUTH MPO HEOOXIMHICTh 3aCTOCYBaHHS OUIBII BUCOKHX 103. OTXe, mepIn
HIXK pO3TJISaTH TOTEHITIa aMOPOKCOJy B JIiIKyBaHHI jJerkoi ¢popmu XI' 1-ro tumy
HEOOXITHO MpoBecTH (popMasibHI KIIHIYHI BUIPOOYBAaHHS, IO BHKOPHUCTOBYIOTH
Outbmr BucOKi no3u. I[llamepoHn MOXyTh OyTH HaWKpalmUM TEPCHEKTHBHUM
BapiaHTOM sK y moeaHaHHl 3 D3T, Tak 1 B AKOCTI METOAY MIATPUMYHOYOTO
nikyBaHHs. CrioliBaEMOCS, IO CepeI UX MaJuX MOJEKyJ Oyae xo4a O o/Ha, sKa
MTOM'SIKIITUTh HEWpOHOTIATHYHI 0coOIMBOCTI [79].

[HII11 MEeTOAM JTIKYBaHHS:

Oproneauyna Xipyprisi, BKJIIOYAO4M MPOTE3yBaHHS, aJ'TOBaHTHI MpenapaTH
(6imp, ocTeoropos), ¢izioTeparis, ICUXOTEparis, MPOTUETUICITHYHE JIKyBaHHS,
TpPaHCIUTAHTAIlSl TIEYIHKH, XIpypridHa omepailis Ha cepli — 3aMmiHa KJjaraHa,
mpemapatd JUIs  JIIKyBaHHS JIETEHEBOI TiNMEpPTEH31l, TeMaToJIoris/OHKOIOTIS,
OHKOJIOT1sI, aKyIIEPCTBO, CHIIOKPUHOJIOT 5.

Ile#i mepenik Bkadye Ha Te, MmO xBopoba [ome € cepio3HUM
OaratopakTOpHUM 3aXBOPIOBAHHSIM 1 TAIl€HTIB, $K1 cTpaxaaioTs Ha XI,
HEOOX1IHO JIIKYBaTH B TICHIN CHIBOpAIll 3 IOBIIKOBUM ILIEHTPOM, B ILTATi SKOTO €
OararonpodiibHa rpymna.
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BucnoBkun. XBopoOa ['omie 3a3Buuail mposiBisieTbes y AUTUHCTBL. 11106
3amo0IrTH PO3BUTKY CEPHO3HUX, HE3BOPOTHIX YCKJIAJHEHb 3aXBOPIOBAHHSA, JITU 3
CUMIITOMHHM Ta ACUMITOMHHM IMEpeOiroM noTpeOyroTh BUKOHAHHS PETEIBHOTIO 1
PEryJsipHOrO MOHITOPUHTY CTaHy 370poB’s. [lalieHTaM 3 HasSBHICTIO CUMIITOMIB
HEOOXITHO TpHU3HAYaTH (PEPMEHTHY 3aMICHY Tepamioo. Y LUX MeperiasHyTHX
pEeKOMEHAAIIAX PO3MMUPUWIN Tpymy [AiTed 3 XxBopoboro ['omre, SKUX CIij
o0CTEe)KyBaTH 4Yepe3 peryjspHi I1HTepBaiu yacy. bynu BKIOYeH1 MAiTH 3
HEHPOMaTUYHOIO (OPMOIO 3aXBOPIOBAHHS Ta 3 MATOJIOTIEI0, L0 3HAXOAMTHCS B
JOCUMIOTOMHOMY Tiepiofi. Ha OCHOBI MOKpaleHoro po3yMiHHA HPUPOJHOTO
nepebiry xBopoOu [ome B auTsyoMy Billl Ta JaHUX JOBrOTPUBAJIOTO
CIIOCTEPEKEHHS PEe3YJIbTATIB 1 HACHIAKIB (PEPMEHTHOI 3aMICHOT Tepartii po3pobJieHi
pEeKOMEH Il 111010 MPOBEJICHHS JI0JaTKOBOI OI[IHKK CTaHy KICTOK (BUMIpIOBaHHS
MIHEPAJIbHOI HIUIBHOCTI KICTKOBOiI TKaHWHHM 4YE€pe3 BUCOKY PO3MOBCIOIKEHICTD
HU3bKO1 HIUIBHOCTI KICTOK) 1 pocTy nitel. Takoxx Oynu 3a3HadyeHi NPUHIUIH
KOPUT'YBaHHS 103U TEpaItii.
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JOIJATKHA
HoparTok 1

The Belgian Working Group on Gaucher Disease, Guidelines for diagnosis, treatment and monitoring of Gaucher's
disease. May 2016

IlepBuHHA OLIHKA i Yac¢ TiIATHOCTHKH

JlaGopartopHi
MOKa3HUKH
- 3arajibHUM aHaJli3 KpoBi: 000B'I3KOBO I'eMOTII001H, JTEMKOLUTH, TPOMOOIUTH.

- Iloxasuuku ¢ynkuii neuinku (AJIT. ACT, II®, ITT), nmokazHuku ¢GyHKIIT HUPOK (KpaTUHIH, CEYOBHUHA,
€JICKTPOJIITH).

- piBeHb OlomapkepiB (aHTIOTEH3WH- TEpPETBOPIOIOUM (GEpPMEHT, TapTpaT- pPE3UCTEHTHa Kucia QocdaTasza,
XITPOTPHO3U/Ia3a).

- (epuTHH, CHpOBATKOBE 3aii30, Jimiau (0COOIMBO XOJECTEPUH BHCOKOI NIUIBHOCTI), Koaryrnorpamma (0coOauBO
MPOTPOMOIHOBHUH Ta TPOMOOIIIIACTUHOBUI Yac), IMyHOTJIOOYITiHH.

Or1iHKa cTaHy

TICYIHKH: CKpHHIHT Ha HasBHICTh HoImMpeHoro ¢iopo3y um 1nupo3y: od'emHa MPT ab6o KT- oOcrexeHHs opraHiB 4epeBHOI
MOPOKHUHHU, YIbTPa3BYKOBE MOCIIIKEHHs, HeiHBa3uBHA enactorpadis (pidpockaHyBaHHS) 0COOJIMBO y MAIIEHTIB, K1
MEPEHECIN CILICHEKTOMIFO.

[Tommpenuit Gpidpo3 uu MUPO3 MEUIHKU: HAMIPABICHHS B KIIIHIKY T€MaToI0T 1l

00CTeXEeHHsI MallieHTa Ha HASBHICTh MOPTAIBHOI MepTeH3ii Ta CYNyTHIX YCKIIAIHEHb;

CKpUHIHT Ha HasBHICTH renaronentosipHoi kapuuHomu (I'LK)




O1iHKa CTaHy KiCTOK:

Or1igKa CTaHy

JICTCHb:

Orinka y giTei:
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S iepHO-MarHiTHO-pe30HaHCHA ToMOTrpadis HIKHIX KIHIIIBOK a00/Ta MOMEepeKoBOro BiIiTy xpeOTa, cTerHa, TOMUIKH 1
MIEYOBOT KICTKH (IHII KICTKH 3aJIE)KHO BiJl CAMIITOMIB).

- MinepanpHa mIpHICTh KicTKOBOi TKanmHM (MILKT), KitbkicHO oOIliHEHa 3a JOMOMOTOI0 JBOXCHEPTEeTHYHOI
peHTreniBcbkoi adbcopouiomerpii (IEPA).

- KinbkicHa Bizyanizaris ximigaoro 3cyBy (KBX3): kinbkicna meroguka MPT, sika BUMIpIO€ BMICT KUPY B KICTKOBOMY]
MO3KY OChOBOTO CKEJIETY

- Buznauenns Biraminy D B kpoBi.

- Pentrenorpadiune MOCHIIKEHHS CTErHOBOI KICTKH, Ta30BHX KICTOK, BChOTO XpeOTa Ta IHIIMX CHUMIITOMATHYHUX
. *

NUTSTHOK

-O3HaKM JIEr€HEBOIO CepIsi(HEMPOIyKTUBHUI Kallellb, 3a/JWIIKa, 3HWKEHA TOJEPaHTHICTh 10 (I3UYHMX BIIPaB):
moTIuiepiBCchbka exokapaiorpadis, peHTreHorpadis rpyanoi kiaituHd, KT 3 BHCOKOIO PO3AUTEHOIO 3MATHICTIO TSI
IPYAHOI KIIITUHU, OCOOJIMBO y MAIlIEHTOK, K1 MEPEHECIH CIUIEHEKTOMII0, METOIM 00cTexeHHs (PYyHKIIi 30BHIIIHBOTO
NTMXaHHS.

KoarynsmiiiHuii CKpUHIHT
CimeiiHe oOcTexxeHHs: 00uBa OATHKU Ta BC1 OpaTH 1 CECTPH MAIOTh MPOUTH TECTYBAHHS
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HoparTok 2

Revised recommendations for the management of Gaucher disease in children. European Journal of Pediatrics (2013)
IlepernsinyTi MiHiMaJIbHI peKOMeHIANIl 10 OMIHKH CTAaHY 310POB’s AiTell 3 He HeliponaTHYHOW (GopMoOI0 XBOpPOOH

I'ome
O6cTrexeHHs VYei [Mamientu 3 [Mamientu, o [Tamienty, mo otpumyrotrs | Ha MomeHT
HaieHTu BIJICYTHICTIO OTPUMYIOTh (bepMeHTHY 3aMiCHY 3MIHU
npu CUMIITOMIB, IO HE (GepMEeHTHY 3aMICHY | Tepalilo Ta BXKe JOCITIN JIO3yBaHHs
MEPBUHHOM | OTPUMYIOTH TEpaIrifo, aje me He | TepareBTHYHUX IUTeH abo
y ormsait dbepMeHTHY 3aMICHY | JOCSTIN CYTTEBUX
Tepanito TEeparneBTUYHHNX KJITHIYHUAX
nuien YCKJIaIHEHb
Koxni 12 Koxni | Kox#i 6 Koxni | Koxni 6-12 Koxni 12-
MICSILIIB 24 MICSILIIB 12 MICSLIIB 24 micaLiB
MICSIII MICSLIIB
Menuvnauil Orsa, B TOMY YHCII OIliHKa | X X X X X
PO3BUTKY (3picT, Bara)
[Tokazuuku | I'emorno0in X X X X X
KpOBI
TpomOoruTH X X X X X
[IpoTpoMOiHOBHI Yyac Ta | X X X X
YaCTKOBHI1
TPOMOOTIIIACTUHOBUIA
yac y  XBOpHX 3
KpOBOTEUaAMU
Bioximiuni Xirotpuo3una3a/CCL18 | X X X X X
MMOKa3HUKH / TPK®D/AIID
Baytpimni 06’eM cene3inkn’ X X X X
OpraHu
06’ em neuinkn’ X X X X
Ckener MPT (T1-3Baxene | X X X X
300pakeHHs xpedra; T1-



https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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3BaKE€HE  300pakKeHHs
roJIOBU Ta CTETrHOBOI

KICTKH)

JIEPA (Z-nokasnuk | X X X X

XpeOTa Ta BChOTO TijIa)
Binb X X X X
SxicTb SFE-36%, PedsQL [65] | X X X X
KUATTS guKidscreenR [58]

a. Jlns Tux mapameTpiB OIIHKH, L0 3HAXOAATHCA B MeXaX HOPMH IiJ] 4ac MOYAaTKOBOIO JOCHIKEHHS, IMOBTOPHY OI[IHKY dYepe3 6 MicsIliB
MIPOBOJUTH HE Tpeoda.

6. Po3mipu cene3inku Ta neviHku OakaHO BU3HauaTH 3a gonoMororo MPT. V3 ]I moxkHa BUKOpuCTOBYBaTH 3a BincyTHocTi MPT abo st oTpum aHHA
MPUOIN3HUX PE3yJbTaTIB.

B. KoXHOTO pOKY 10 JOCSATHEHHS MOKa3HUKIB HOPMU; MOTIM Ui XBOPHX, IO OTPUMYIOTh JIIKYBaHHS, OCHIPKEHHS BUKOHYIOTH KOKHI 3 POKH.
Heo06ximHo mopiBHIOBATH PE3y/IbTATH 3 BIMOBIMHUMH 3HAYCHHSIM HOPMH JUIS BIKY Ta CTATI MaIli€HTa.

r. Koporka ¢opma onuryBasibHMKa ~ craHy 3m0poB’ss  (SF-36) Mae  oOMexeHe  3acTOCyBaHHS Yy  MaJIGHBKUX  JITEH.
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HonarTok 3

Revised recommendations for the management of Gaucher disease in

children. European Journal of Pediatrics (2013)

Ilokazannsa a0 mno4yaTky (pepMEeHTHOI 3aMiCHOI Tepamili y aited 3

HASIBHICTIO CHUMIITOMIB

HasBHicTh 01HOTO 200 OUIBINE 3 HACTYITHUX KPUTEPIiB:

BceraHoBneHHs1 JiarHOo3y XBOpPOOM 3 HAsIBHICTIO CUMHOTOMIB 70 20-pidHOrO
BIKY

Tsxka anemis (Hb < 8 mr/mn)

Tsixka Tpom6oruTonenis (< 60000 kaiTUH/MIT)

Jlevikorutu < 3000 KIIiTHH/MIT

CuMnToMHa MaToJIOTisl KICTOK (KICTKOB1 KPU3H Ta OCTEOHEKPO3 B aHAMHE31)
AKTHBHA MATOJIOT1s KICTOK (MOe OYyTH aCUMIITOMHOIO)

3HMKEHHS MIBUJIKOCTI POCTY Ta/ab0 3aTpUMKa pOCTY

3arpuMKa cTaTeBOro JI03piBaHHS

HasiBHICTH pimHux OpaTiB 4M cecTep 3 THKKUM MepeOdiroM 3aXBOPIOBaHHS,
10 MOTPeOYyIOTh MpU3HAYeHHS (hepMEHTHOT 3aMICHOT Tepartii

['eHotun, mo BUKIWMKAE TKKUI T1epedir 3aXxBOpPIOBaHHS (HAMPUKIAL,
HasBHICTb MyTaniii L444P qyu D409H)

3picT < 5-r0 nepueHTWIA ab0 CyTTEBE 3MEHLIEHHSI IIBUJKOCT1 POCTY
7-TIOKa3HUK MIHEpaIbHOT IMIUTFHOCTI KICTKOBOI TKaHWHM HIK4Ye 2,0 [59]
O0’eMm cenesinku > 2,0 MN, 06’em nieuinku > 2,0 MN



https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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Honarok 4

The Belgian Working Group on Gaucher Disease, Guidelines for diagnosis,
treatment and monitoring of Gaucher's disease. May 2016
TepaneBTH4HI WiJti 111 giTei

Auemisg

TpomboruToneHis

T'emaromeraiis

CruieHOMeraiis

KicTtkoBa TkaHuHa

Pict opranismy

AKTHBHICTD

XiTPOTPHO3MAA3H:

Hopocni: mokpameni 3Hadenass Hb, Tobro piBai Hb >100 1/,
nocsarayti 1o 1-2-ro poxy ®@3T

Hitu: moxpamieni 3Hadenns Hb, To6to piBai Hb >110 r/n, nocarayri
10 1-2-ro poxy ®@3T

IlamieHTH, IKi IEPEHECIM CINICHESKTOMIIO:

Jlopocai: >100 000/mm’ 10 1-ro poxy ®3T

IHTaKTHA CeIe3iHKa:

[MouarkoBe 3Ha4veHHs >60 000/MM’:

Jlopoci: 36insmenns B 1,5-2 pasu g0 1-ro poxy; >100 000/mMm® 10
2-ro poxky ©3T

Hitu: T1 cami
[ouarkoBe 3HadeHHs <60 000/MM:
Hopocni:36utpmerds B 1,5 pasu 10 1-ro poky; MOABOEHHS 10 2-TO
poxy ®3T

Hitu: T1 cami
Hopocni: 3au3utu o6csr nedinku Ha 20-30% 1o 1-2-ro poky i1 Ha
30-40% no 3-5-ro poxy ®3T; miaTpumyBaTu oOcsr ne4yiHku B 1,25
pa3u HWXK4YE HOPMU
Hitun: T1 cami

Hopocni:zauzutu o0csr Ha 30-50% no 1-ro poky 1 Ha 50-60% no 2-
3-ro poxy ®3T; migTpuMyBaTH OOCST CENE3IHKA Yy 5 pa3iB HMXKYE
HOPMH

Jitu: Ti cami; yCYHYTH TiNEPCILICHI3M

Hopocni:
- KBX3 F>23 % Tta/abo
- 3MeHIIeHHA TokasHuka BMB (3a pesymerarom MPT)
moHaimenire Ha 3 6aym micist 5 pokie @3T y marieHTiB 3 TOMIPHO
BHPAXEHOIO XBOPOOOIO Ta/ab0
- 3HiIMOK JIEPA: Z-noka3zuuk MILIKT <2,5 SD

Hitu:

- 30ipmiennst MILKT no 2-ro poxy @3T

- Jlocartu HOpPMaNbHOI YW 1J€aNbHOI IIKOBOI
CKEJIETHO1 MacH
Jith: [OCSATTH HAJNEXKHOTO 3pOCTYy 3TiMHO 3 TMOMYJSIIHHUMU
HOpMaMU IpOTATOM 3 pPOKiB JikyBaHHS; Jlocsartu
HOPMAJIbHOTO MOYATKY CTATEBOT 3pLTOCTi

Hopocmni: <15,000 abo <7,500 y HOcIiB XiTOMYyTaii
Jitu: Ti cami
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HoparTok 5

The Belgian Working Group on Gaucher Disease, Guidelines for diagnosis,
treatment and monitoring of Gaucher's disease (2016)

Craoiaizania giteid ua ®3T

Auemisa

TpomOoruTonieHist

T'emaromeraiis

CruieHOMeraiis

KictrkoBa TkaHnHA

AKTHBHICTD

XiTPOTPHO3MIA3H:

Hopocii: 3mina <0,5 r/mi1 (5 1/71) NpoTSIroM OCTaHHIX IIECTH MICAIIIB
O3T
Bunanena abo iHTaKkTHA cee3iHKa:

Jlopocni: cTaH 3ajMIIA€ThCS CTAOUIBHUM MPOTSITOM OCTaHHIX 12
micsauiB @3T 3a TppoMa BU3HAYEHHSMU TOCIILIb

3MiHa MeHII HiK Ha 15% mpoTsrom octanHix 12 MicsiiB

3MiHa MeHUI HiK Ha 15% npoTsarom ocranHix 12 micsiis

KBX3:
-3MIiHAa MeEHII HDK Ha 5% 3a aBOMa BU3HAYEHHSIMH IOCIUIL a00
JOCSTHYTE TMOKpaIleHHs rnmokasuuka BMB (3a pe3ynerarom MPT)

30epiraeTbest a0 BIICYTHICT 3MIH B XpEOETHOMY CTOBITI
-3HIMOK JIEPA: Z-nokazauk MIIIKT <2,5 SD

<20% 3MiHU B ocTaHHi 12 MicamiB ®3T
(mpuHaitMH1 2 BUMIPIOBAHHSI TIOCTIUTH
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HonaTok 6

PuCyHKH 10 TEKCTY

Revised recommendations for the management of Gaucher disease in children.
European Journal of Pediatrics (2013)

Kon6a Epnenmetiepa

Erlenmeyer-flask

Puc.1. a. [ndineTparis kictTkoBoro Mo3ky Ha 300paxkenni MPT. 6. Kon6omoioH1
nedopmariii EpnenmMeiiepa Ha peHTI€HOIOTIYHOMY 3HIMKY.


https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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Revised recommendations for the management of Gaucher disease in
children. European Journal of Pediatrics (2013)
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Puc. 2. 3minu piBHS TpOMOOIIMTIB Ta T€MOTJIOOIHY B 3aJIeKHOCTI Bia 4acy (B
pOKax) JIKyBaHHS IMIIJIIOIIEpa30t0/alriitonepa3orw. BinTBopeHo 3  103BOIy
Anpnepcon ta iH. (Anderssonetal) [1]. Jlani 884 miteii, mo 3amydeHi g0 Peectpy
narieHTiB 3 xBopoOoro ['ome, cranoM Ha 6 ciuas 2006 poky, sIKi MaJdd IHTaKTHY
CEeJIE31HKY Ta OTpUMYBaIM iMirmwoorepasy. Jani TpomOouuTiB moctymHi Big 768
namieHTiB (7991 cmoctepekeHs); MaHi HOPMAaTi30BaHOTO T'e€MOTJIO0IHY JOCTYIHI
Bim 771 xBoporo (8022 cmocrepexeHb). PiBHI HOpMalli30BaHOTO TE€MOTJIO0IHY
MpoaHaTi30BaHi B TpaMax Ha JCIHWITP HIKYE HIKHBOI MEXI KOHTPOJIHLHOIO
miamazony. Ilpym  1bOMy KepyBaluCs HACTYIHHMH 3HAa4CHHSIMH HOPMH,
CKOPUTOBaHHMMH 3a BIKOM Ta CTATTIO: Bill HapOKeHHS 10 6 micsamiB, < 10,1 r/m;
Bim 6 wmicamiB g0 2 poki, <9,5 r/mm; >2 -12 pokiB, < 10,5 r/mm; 12 pokis,
XJomuuky, < 12 r/mi; > 12 pokis, aiBuara, < 11 /.

Plateletcount, mm — kitbkicTh TpomOommTiB, YearsonERT — KimbKiCTh pPOKIB TpPOBEICHHS
¢depMmenTHOI 3aMicHOI Tepamnii, Plateletcountsatfirstinfusion — KiTbKicTh TPOMOOIIUTIB HA MOMEHT
nepuioi 1H(py3ii, Plateletcountsat 8 years — KiIbKicTh TpoMOOIMTIB yepe3 8 pokiB, Number of
patients — KinbkicTe mamientis, 95" percentile — 95it mepuentman, 75" percentile — 75it
MIEPLEHTHUIID, SOthpercentile — 50i1 nepueHTuIb, 25thpercentile — 251 NepUeHTUIb, Sthpercentile —
5it  mepuentunb, Normalizedhemoglobin (g/dL) —HopmamnizoBanuit remorio6iH (r/mi),
Normalizedhemoglobinatfirstinfusion — HopMmami3oBaHuUi TIeMOrJ00iH Ha MOMEHT MepIIoi
iH}y3ii,Normalizedhemoglobinat 8 years - HopmasnizoBaHHii reMOrI00iH yepe3 8 poKiB


https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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Revised recommendations for the management of Gaucher disease in
children. European Journal of Pediatrics (2013)
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Puc. 3. 3MiHu po3MipiB MEUIHKU Ta CEJIC3IHKH B 3aJI€KHOCTI BiJ yacy (B pokax)
JIKyBaHHS IMITJTIOIIEPa300/aNraonepa3or. BiaTBopeHo 3 103BoJly AHIEPCOH Ta
iH. (Anderssonetal) [1]. [lani 884 nirei, mo 3amydeHi no PeecTpy maiiieHTiB 3
xBopoOoto ['omre, cranoM Ha 6 ciunsg 2006 poky, sSKi Maju 1HTAKTHY CeJIe31HKY Ta
OTPUMYBAJH iMirTroniepasy. [lani po3Mipy cene3iHku ITOCTyIHI Bix 458 maIieHTiB
(1593 cmocrepexenb); maHl po3Mmipy TmediHkd — Bixm 420 mnarientiB (1524
crioctepekeHb). MN — MHOKHHA HOPMaJbHUX 3HAYCHbD.

Spleenvolumeinmultiplesofnormal —Po3mipu cene3inku BiZTHOCHO MOKa3HUKIB HOPMHU

Liver volume in multiples of normal — Po3mipu me4iHKM BiTHOCHO ITOKa3HUKIB HOPMH,
YearsonERT — ku1bKiCTh pOKIB MpoBeIeHHs (PepMEHTHOT 3aMiCHOT Teparnii

Percentile —mnepuentuns, Spleenvolume (MN) atfirstinfusion — posmip cenesinku (MN) Ha

MoMeHT nepiioi iHdy3ii, Spleenvolume (MN) at 8 years — po3mip cenesinku (MN) uepes3 8
pokis, Number of patients — kinbkicTs mnarientis, 95" percentile — 95i meplLeHTHIb, 75
percentile — 751 mnepLEHTHIIb, SOthpercentile — 50if mepueHTHIb, 25thpercentile — 25i
MEePIEHTUIIb, Sthpercentﬂe —5# nmepnienTuib, Livervolume (MN) atfirstinfusion — po3mip nediHKu
(MN) na moment niepmoi iH}y3ii, Livervolume (MN) at 8 years — po3mip nedinku (MN) gepes 8
POKIB


https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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Revised recommendations for the management of Gaucher disease in
children. European Journal of Pediatrics (2013)

2 b 3 Percentlle | DXA Z-score DXA Z-score Number
jat first at 12 years of Patlents
a5 1.22 1.87 121
75 0.49 1.13 95
95th Percentile 50 0.3 029 64
2 25 .19 -0.55 32 95th Percentile
5 103 120 e

2 o
8 5 50th Percentile
- %
N N0
=
2 S 25th Percentile
ca 1 e
T | et e E et
) R L .
— 5th Percentn_g_.
Parcentlle | Helght Z-score| Helght Z-score| namoer | e
e at first Infusion|  at 8 years offatients | | et
34 e 05 05 10 887 | e
L 75 04 03 527 2
50 BN 03 351
3 75 30 178
5 34 15 3
_4-I T T T T T T T T _3 T T T T T T T T T T T T T
0 1 2 3 4 5 6 7 8 0o 1 2 3 4 5 6 7 8 9 10 11 12
Years on ERT Years on ERT

Puc. 4. 3minn Z-noka3znukiB 3pocty ta MILK xBopux B 3anmexHOCTi Bij 4acy (B
pOKax) JIKyBaHHS IMIIJIIOLIEpa3010/alriitonepa3orw. BinTBopeHo 3  103BOIY
Anpnepcon ta iH. (Anderssonetal) [1]. Jlani 884 miteii, mo 3amydeHi g0 Peectpy
naIrieHTiB 3 XBopoOoto ['ome, cranom Ha 6 ciuds 2006 poky, skl Malyd 1HTaKTHY
CEJIE31HKY Ta OTPUMYBAJIM IMIirTroniepasy. Jlani Z-1moka3HUKIB 3pOCTy AOCTYITHI Bijl
702 marmientiB (5602 cmnocrepexenpb); nani Z-nokasHukiB MILKT — Big 127
namieHTiB (244 cocTepekxeHH).

HeightZ-score —Z-noka3nuk 3pocty, DXAZ-score - Z-nokasuuk J[IEPA, YearsonERT -
KUIBKICTh POKIB TIpoBeZcHHS (pepMeHTHOI 3amicHOi Tepamii, Percentile —nepuenTuns, HeightZ-
scoreatfirstinfusion —Z-noka3HuK 3pocTy Ha MOMEHT mepuioi iHQy3ii, HeightZ-scoreat 8 years —
Z-TIOKa3HHK 3pocTy 4depe3 8 pokis, Number of patients — xinpkicTs mauientis, 95" percentile —
95#1 mepueHTWIb, 75 percentile — 756 mnepueHTUIIb, 50thpercentile — 50if mnepueHTusb,
25thpercentile — 250 nepueHTWIb, Sthpercentile —5# nepuentwib, DXAZ-scoreatfirstinfusion —Z-
nokazHuk JJOPA Ha momeHnT nepmoi iHdy3ii, DXAZ-scoreat 8 years — Z-noka3uuk JIEPA depe3
8 pokiB.


https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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Homarox 7

The Belgian Working Group on Gaucher Disease, Guidelines for diagnosis,
treatment and monitoring of Gaucher's disease. May 2016

[TpoTOKOI MOHITOPUHTY YpaskeHHS KiCTOK y MAIli€HTIB 3 XBOpoOoto ['ome:

Iloka3zHuK KicTKOBOro Mo3ky (nmokazuuk BMB).

3a manumu n-pa F. Van Hoenacker, UZA, AntBeprieH, B cmiBmparili 3 A-pom M. Maas, AMC,
AmMcTepaam.

Memoo:

HaniBkinbkicHa METO/IMKA J03BOJIE€ pO3paxyBaTH MOKAa3HUK IH(LIbTpaLli KICTKOBOIO MO3KY Ha

nigcrasi 3HIMKY MPT xpeGTa Ta cTerHoBOi KICTKH.

Iepesazamu uvbozo nioxooy c:

O1iHI0€TECA HE TUTbKH TepuEpUYHHI, a TaK0X OCBhOBHH CKeleT (CBOE€YacHE BUSIBICHHS
MATOJIOTIi KICTKOBOTO MO3KY). Llt0 MeToaMKy MO’KHa JIErKO BUKOHYBAaTH B KOXKHOMY LIEHTp1
MPT. Ils meTouKa Ma€e HaJleXKHY BapiaOeIbHICTh PE3YIbTATIB B OJTHOTO JOCTITHUKA Ta Y PI3HUX

IIOCJIITHUKIB.

Ilpomoxon:

1) Cariransna momuna, TSE T1-WI monepekoBoro Bijiy XpeOTa, TOBIIMHA 3pi3y 4 MM
2/ Cariranpna mionuHa, TSE T2-WI nonepekoBoro Bimainy xpedTa, TOBIIMHA 3pi3y 4 MM
3) Koponanpna mrommunHa, T1-WI Tta T2-WI 000X cTerHOBUX KIiCTOK (BiJ T'OJIOBKH KICTKH IO
JMCTAIIBHOTO KpParo), TOBHIMHA 3pi3y 5 MM 4) HeoOoB'SI3K0BO: KOpOHAJIbHA IJIONIMHA, HACHYCHHS

curnany Big xxupy, T2-WI a6o STIR (cTerHoBoi KicTKH)

Cucmema ouinku:

MeTo OIIHKH CTaHy KICTKOBOTO MO3Ky (mokasHuk BMB) Ta iHTepmperaiisi pe3yibTarTiB
HaBeqieHl B Tabmuisix 1 1 2 Hikue. [lokasHukM MOTEpekoBOTO Biaily XpeOTa Ta CTErHOBOT
KICTKU CKJIaJaloTh pa3oM 1 OTPUMYIOTh 3arajibHy OI[IHKY MakCUMyM 16 (CTEerHoBi KICTKM —
BICIM, MTONIEPEKOBHI BiJUILT XpedTa — BICIM).

Bumuit nokazuuk BMB o3Hauae OuTbIIl TSKKE ypakeHHS KICTKOBOTO MO3KY.

st kouTposibHOTO aHamizy S Vom Dahl, Lw Poll et al. o6panu 3meHmenHs Ha 3 Gaiu B SIKOCTI

XOpooi BIMOBII 3 95-auMn JOBIpUUMHU iHTBepBaTAMH
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Taoauusa 1 Hokazuuk BMB cTernoBoi kicrku

A. ITHTeHCUBHICTD CUTHATY™ [Toxasnuk BMB

T2-WI rinepiHTeHCUBHUI 2

T2-WI 3nerka rinepiHTeHCUBHUI

T2-WI 130iHTeHCUBHU I 0
T2-WI 3nerka rinoiHTeHCUBHAMN 1
T2-WI rinnoiHTeHCUBHII 2
T2-WI 3Mmitmaauii Tam 3
T1-WI 3JIeTKa rinepiHTeHCUBHUMN abo 0
130IHTEHCUBHUN

T1-WI 3nerka rinoiHTeHCUBHUNA 1
T1-WI rinoiHTeHCUBHIIA 2

* BusHauaemvcsa w000 iHMeHCUBHOCMI CUSHATY NIOWKIDHO20 HCUPY

B. JlitstHku ypaskeHHS IToxaznuk BMB
Hiadiz 1
[Tpoxcumanbhuii emidiz/amodiz 2
Hictanpauit enihiz 3

Taoauus 2 Ilokazuuk BMB nonepexoBoro Biainy xpeora

A. IHTEHCUBHICTh CUTHATY™ Iloxkazuuk BMB

T2-WI rinepinTeHCUBHUT 2

T2-WI 3nerka rinepiHTeHCUBHUT

T2-WI i30iHTEeHCUBHUI 0
T2-WI 31erka rinoiHTeHCUBHUI 1
T2-WI rimoiHTeHCUBHUH 2
T1-WI 3n1erka rinepiHTeHCUBHUIN 0
T1-WI i3oinTeHCHUBHUI 1
T1-WI 31erka rimoidnTeHCUBHUI 2
T1-WI rinoiHTeHCUBHUN 3

* BusHauaemvcs w000 iHMeHCUBHOCHI CUCHATLY 300P08020 MINCXPedye6020
OUCKy
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B. Cxema iHdinbTparii ITokaznuk BMB

Boruummesa indinpTpartis

HudysHa iHbiLIBTpaIis 2

BincyTHicTh x&upy B 0071acTi BEHH Tijla XpeOIs 1

Kicrkosa nencuromerpist (MIIKT):

Memoo:

JEPA

Iumepnpemayis pezyiomamis:

3a ganumMu MDKHApOJHOTO TOBApHUCTBA KJIHIYHOT IEHCUTOMETPIi OCTEOTIECHISI BU3HAYAETHCS SIK
Z-nokaznuk MILKT wwxye -1,5 mana ouikyBaHOTO BIKOBOTO JiamazoHy. OcTeomnopos
BU3HAUaoTh K Z-nokazHuK MILKT nHmwxkue -2,0 11 0o4ikyBaHOTO BIKOBOTO Jiala3oHy B
MO€AHAHHI 31 3HAYHUMH TIEpeIoMaMu B aHaMHe31
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Ouigka THAKKOCTI

3aXBOPIOBAHHS TAa BiANOBIAI Ha JIKyBaHHSAl y JAOpPOcaMX i3 xBopodow I'ome
BHKOPHUCTAHHAM BaJII/IOBAHOI CHCTEMH OLIHKH TAKKOCTI xBopoou (DS3)

1-ro Tumy 3

KICTKOBH
42%
OI[IHKH)

IMOKA3HUK TA)KKOCTI XBOPOBU ban (Cepenniii
0o 1 2 34 S5 67 8 OLiHKDAJ
LU lmoMeHa

Hemae/ MpucytHi’ 8
ypa:kennsi, ABH | BincyTHni
a6o martoJoriumi |

BincyTni Vlerkmii IMomipHii CuabHUH HecTepnuuii
KicTkax/cyrJjioda | cTb a60 0inb 0inb 0inb oinb

ayxKe

JIerkuit

0ib

10 | 8,0

0-1 22 2

0-4 5-8 9-16 10

(1erka) (momipHa) (BHpakeHa

YU THKKA)

(noxaznuxk BMB

>-1 >-2 -2 10

to =
-1

MOIMEPEKOBOI0
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Bif1iny xpedTa)
TpomoouuTonen| 2120 = 21-119 <20 5 6,0
ist 103 /mm® x10*/m x10*/mm’
M
BincyTni Iomipn
abo a: Tskka:
He3HAYH BiICyTH norpeda
IF'EMATOJIOT'I@KpoBoTeua a: icTh B 8
YHUN YTBOPEH nepeJm nepejMBa
(32% 3araabHoi HA BaHb HHi KpoBi
OLIHKH) CHHIIB KPOBi
>12 r/na 8-12
. r/an
(4010BiK (0108
AHeMist H). xu). 84 <8 r/ma 5
>11 r/an ’
(KiHKM) 11. r/an
(KIHKN)
Cnuenomeranisn’| . 5 >5- Zliieﬂzio 5
(06csir MN) - <15 .
TOMisl
Tenaromerais’
(06csr MN) <2.5 >2,5 2 150
ereHeBa
XBOpoOa, BincyTn Byab-sika 3
NnoB'si3aHa 3 A
xBopo6010 ['omre
MN: 10piBHIOE HOPMAJILHOMY PO3Mipy ;B)asr;n bHa ouinka xsopoou lome 32119,0

Jlitnuni ypaxxenHsi, ABH abo narosioriuni nepesioMu ciiJi BBaKaTH «HassBHUMUIY , SIKIIO BOHM 3'SIBUJIUCH NMPOTATOM OCTaHHiX12 micAwiB
CrneHoMerainio Ta remaToMeranilo BUMIpIOTh 3a gonomoroio (1) MPT ab6o KT, (2) ymbprpazBykoBoro mociimkeHHs, ab6o (3) ¢i3ukanbHOTO
oOcTexxeHHs (Y TAKOMY MEpEeBaXKHOMY HMOPSAAKY 3aJI€XKHO Bijl HASBHOI TEXHOJIOTN)



