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IITT <JIEPYKABHII EKCIIEPTHUM LHEHTP» MO3 YKPATHI
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IO «BCEYKPATHCHKA OP®AHHA METABOIIYHA AKAJTEMIS»

XBOPOBA I'OIIIE

KJITHIYHA HACTAHOBA
(ITIPOEKT)




NEPEAMOBA

Jlana kniniuna Hacmanosa € adanmosaroro O7isk CUCeMU 0X0-
ponu 300pos’s Yipainu eepciero kniniunux pexomenoauiii Revised
recommendations for the management of Gaucher disease in
children. European Journal of Pediatrics (2013), wjo 6ynu o6pani
0004010 2pYNoI0 AK NPUKNA0 HATIKPAU4OI NPAKMUKYU HAOAHHA Me-
Ouunoi donomoeu nayienmam 3 x60po6oio Ioue, i epyHmyemvcs
Ha 0aHuXx 00KA30801 MEOUYUHU CIOCOBHO eekmusHocmi ma be3-
nexu MeOUuHUX 8Mpy4anv, papmaxomepanii ma opeanizayitinux
NPUHUUNIG ii HAOAHHA.

Oxpemi nonoxenHA KIIHIUHOI HACMAHOBU, 30KpeMa NUMAHHS
enidemionozii, 0iaeHOCMUKYU Ma AiKy8anHs 0ONo8HeHi Pppazmen-
mamu 3 HACMYNHUX iHOPMAUITIHUX Oxcepert:

o Intravenous enzyme replacement therapy (ERT) for Gaucher
disease (2017);

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

o Taxmuxa esedenns dimeii 3 HetipoHonamuuHoio gopmoio XI do-
nosuena oanumu 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 February 2009.

Jlana kniniuna Hacmanoea He NOBUHHA PO3UIHIOBAIMUCY AK CTAH-
dapm medu4H020 NiKy8aHHA. JJOMPUMAHHA NONONEHD KATHIUHOT
HACMAHOBU He eAPAHMYE YCHIUH020 TIKY8AHHA 6 KOXKHOMY KOH-
KpemHoMy 6UNAOKY, i He MOXHA PO32NAOAMU AK NOCIOHUK, WO
BKMI0HAE 6Ci HEOOXIOHI MeMOOU NIKY8aAHHS a00, HABNAKU, BUKTIIOUAE
inwi. Ocmamoute piuleHHs CIOCOBHO 8UOOPY KOHKPEMHOT KiHiU-
HOi npouedypu abo nnauy niKy8aHHs NoOBUHeH NPpUtiMamu nikap
3 YPAXYBAHHAM KTIHIUHO20 CAHY NAUIEHMA MA MOXIUBOCIeL] 0715
nposedeHHs 3ax00i6 0iazHOCMUKY i TIKY8AHHS Y MEOUHHOMY 3aKaA0i.
Kniniuna nacmanosa «Xeopoba Iouie», 6i0n08i0H0 00 c6020 8uU3HA-
YeHHsT, MAE HA Memi HAOAHHS 00NOMOZU TIIKAPIO | nAyieHmy 8 npu-
UnAMmMI PAYIOHANLHO20 PiUUEHHS 8 PISHUX KATHIYHUX CUMYAUISX,
cryeye iHopmayitinoio nidmpumKo w000 Hatikpau,oi KriniuHot
NpaKmuKy Ha 0CHO81 00KA316 eeKMUBHOCII 3ACMOCYBAHHS NEGHUX
MeOUUHUX MexHO0eil, NiKi6 ma opeani3auiiinux 3acad meouuHoi
donomozu.

3 momenmy sameepoxenus naxkasom MO3 Ykpainu 6io
19.08.2015 Ne 529 ynichiko6ano020 KniHiuHO20 NPOMOKOLY HePEUH-
Hot, 8mopuHHoi (cneyianizosanoi) ma mpemunnoi (6ucoxkocneyi-
anizosanoi) meduuroi donomozu «Xeopoba I'ouie», po3pobnerozo
Ha 0cHO8i adanmosaHoi kniniunoi Hacmanosu «Xeopoba I'owe»,
8i00ynocy oHosnenns npomomunis (y 2016 ma 2017 poxax), uio
Nigeny 6 i1 0CHOBY, Wi0, 8 C6010 Hepey, € Ni0CMAasoi0 O NAAHOB020
nepeznsioy ma 6HeceHHs HeOOXIOHUX 3MIH Y MEOUKO-MEeXHONOZIUHI

dokymeHmu 3 HA0AHHS MeOUUHOT 00NOMO2U NAUIEHMAM 3 X80P00O10
Towe (XT).

3okpema, oHosneHa iHPOpMAlis cMOCYEMbCA 0iaeHOCUMHOT YiH-
Hocmi Mermodie 1a60pamopHoi diaeHocmuky, MOHimopiney ma mi-
KysaHHA nayienmis 3 xeopoooto Ioute, a MaKox 3acmocy8anHs i-
Kapcokux 3acobis 0ns pepmenmmuoi 3amicnoi mepanii (O3T) (6 momy
YUCTTi, HOBUX TKAPCOKUX 3aC00i8, 3apeecmposanux 8 Ykpaini 6 2017
poui). Tax, ananiz MinHAPoOH020 00C6i0Y 3 NiKYBAHHS HelipoHONA-
muunoi gopmu XI' noxasase eiocymuicmo eekmusHocmi 6UCOKO-
0030801 3T (120 O0/kz macu mina KoxcHi 2 muscni) 8 cmabinizauyii
3axeoprosans. Pobouot epynoi exnoueHo cyuacti 0ami uj000
suxopucmans npenapamis ons nposedenns O3T, sapeecmposanux
6 Ykpaini cmanom Ha 06.02.2018: Imiglucerase, Taliglucerase alfa,
Velaglucerase alfa.

Kpim mozo, 3 memoio y0ockOHANEHHS KNIHIYHO020 MOHIMOpUHey
i ce0euacHoi Kopexyii nikysanHa 0ana KiHiuHa HACManoea 0onos-
HeHa WKAAMU 8U3HAYEHHA CIAHY MANKOCMI nayienma 3a cmyne-
HeM YUWKOOMeHHA KiCmK0801 MKAHUHU MA UeHMPANbHOT HepPB0BOT
cucmemu O OUIHKU epexmuUeHoOCmi iKyBaHHA.

Cnio 3a3nauumu, wio cmaxom Ha nromuii 2018 poky e Yxpaini
sapeecmposaro 64 navienmu 3 XI' (25 dimeii ma 39 dopocnux, ceped
Hux - 21 sinka penpodyxmuernozo siky). 3 2006 poky 13 sinok 3 XI'
ompumysanu O3T nid uac sazimuocmi, y 363Ky 3 HUM € HA2ANIbHA
nompeba y opmysanti cmanoapmu3osanux nioxodie 3 HA0aHHA
MmeduuHoi donomoeu nid uac azimuocmi ma nosnozis.

ITiomeeposcyroua nabopamopua diaenocmuxa XI 30iticHioemvca
6 Llenmpi oppannux saxeoprosanv HICJI «OXMATIHNT». B danuii
K7iHIYHIl HACMAHOB] YiMKO BU3HAUEH] UiHHICMb Ma 00CMOBipHicHb
1a60pamopHux memooie 06cmeneHHsI, ki Ha Cb0200HI BUKOPUCTNO-
8y1omovcs 8 Yxkpaini.

Ipusnauenns 3T nayienmam 3 XI' 30iticHI0EMbCST KOMICITIHO
8 ycmarnoeneHomy nopsoky 32iono 3 naxasom MO3 Yxpainu 6id
19.10.2015 Ne 683 «IIpo sameeposens cknady komicii ma nioxo-
miciii 075 usHA4eHHA HeobXiOHOCMi 8 nPpU3HAueHH], 6i0MiHi, nepe-
Ppo3nodini nixapcokux 3aco6i6 ma 8i0N0BIOHUX XAPUOBUX NPOOYKMi6
071 cneyianvHoeo OiEMUUH020 CNONUBAHHA, W40 3AKYNOBYIOMbCA
30 PAXYHOK KOWMi6 0epicasHo20 0100xemy, a Maxox iHuux oxceper,
He 3a00pOHeHUX 3AKOHO0ABCINBOM, ¥ MOMY HUCTI 2yMAHIMAPHOT
donomozu, 2poMAdAHAM, AKi cmpaioarms Ha pioKicHi (opdarni)
3axeoprosanui» ma Hakasom MO3 Yxpainu 6i0 05.02.2015 Ne 50
«IIpo 3ameeponcens IlonoxeHHs npo Komicito OnA BUSHAUEHHA
HeoOXxiOHoCMi 6 npusHauerHi, 6i0MiHi, nepepo3nodini AiKapcoKux
3ac06i6 ma 6i0N08IOHUX XAPHOBUX NPOOYKMIE 04 CHeUianbHO20
0iEmMu1H020 CHOMUBAHHA, W0 3AKYNOBYIOMBCA 34 PAXYHOK KOULMi6
deprcasHozo O10dxemy, a maxox: iHuwux oxepern, He 3a60POHEHUX
3aKOHO0ABCIBOM, Y MOMY HUCTE eyMAHIMAPHOT 00nomozu, 2poma-
0AHaM, AKI CMPai0aomv Ha pioKicHi (opParHi) 3ax60pOBaAHH».

D 4 Ne 3 (424) * JioTui 2018 p.
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Nipeambyna Mlepenik ckopo4elb

XBopob6a Tomre - 11e crafikoBe MaHeTHiYHe 3aXBOpOBaHHs, mo  AIID AHrioteHsyH-TlepeTBOpIO0UNit pepmeHT
3a3BMYail IOYMHAETbCA B JUTUHCTBI Ta 06yMoBieHe gedinutom JTEPA [IBoeHepreTYHA peHTTreHiBCbKa abCop-
AKTUBHOCTI Ti30COMabHOTO pepMeHTY ITI0KOLepebpo3ngasn Ouiomerpis
(xkmcrmoi B-rmoko3nnasm). Po3pisHsioTh ABa ocHOBHMX penorumm:  ENITA ErnnennmaminTeTpaonToBa KMCIOTA
HeneitponaTnyuuit (tun I) Ta Heiiporaruanwit (tumm I ta IID). Oitm KT Komr'iorepHa Tomorpadis
3 KIiHIYHMMM IPOSBaMM 3a3BUYail MAIOTD TSKKMIL epebir 3axso-  JITTBIII JlimonpoTeifgn BUCOKOI I[i/TbHOCTI
PpIOBaHHA, Y HUX CIIOCTEPIraeTbcs 3aTpMMKa pocTy i ctaresoro go-  JIITHIIL JlinonpoTeingy HU3BKOI IiTbHOCTI
3piBaHH:, paHHill IOYaTOK OCTeOIeHil, 3HauHa clleHoMeranid, re-  MPT MarnitHO-pe3oHaHCHa ToMOrpadis
maToMerajis, TpOM6OIII/ITOHeHiH, aHeMis, CUIbHUI KicTKoBuit 6imp,  MIIKT MiHepanbHa Ii/IbHICTD KiCTKOBOI TKa-
rocTpi kicTkoBi kpusu Ta nepeaomu. [IiTaM, 10 MalTh MOAiOHI HUHU
CUMIITOMU XBOp06I/I Tome tumy I ra III, HEOOXiHO npusHauatu  HJICJI «OXMATINT» HauionanbHa guts4ya crelianzizoBana
(bepMeHTHY 3aMiCHY Tepaiio, 110 HOIOMOXe YHUKHYTH BIUCHAX- nikapua «OXMATINT»
JIMBOTO i YaCTO HE3BOPOTHOTO IIpOrpecyBaHHsA martonorii, a rakoxx  TT'CK TpaHcnmanTalis reMonoeTUYHUX CTOB-
JI03BO/TUTD XBOPUM 3 HEHEHPONATHIHO0 (OPMOI0 BECTH HOPMaJIb- 6ypOBUX KITITUH
Huit crioci6 sxntTs. KoxxHi 6 MicsiuiB gitsam cnif BukoHyBatu me-  TPKD Taprpat-pesncrenTHa K1cna ¢pocdarasa
HudHe 06cTeXxeHHsI (OIVIA] BK/IIOYA€E BUMIPIOBAHHSI 3pOCTy, 00 emy  Y3]I YnbrpasByKoBe OCTiI>KEHHA
HeYiHKY Ta CeJle3iHKY, HeBpO/IOriuHe o6CcTexeHH i BusHayenHa  O3T DepmeHTHa 3aMicHa Tepamia
reMaTOJIOriYHMX TMOKAa3HKKiB). OnuH-1Ba pasu Ha pik Heobxiguo IJHC lenTpanbHa HEpBOBa CUCTEMA
HIPOBOAUTY JOCTif)KEHHA CKeIeTHUX TKaHMH (OLiHKy minpHocTi FDA Food and Drug Administration, Ynpas-
KiCTKOBOI TKaHVMHM, 1iaTHOCTUYHE JOCIi/I>KEHH 3 Bidyaslisali€lo, TiHHA 3 CAHITapHOTO HAITIALY 3a AKICTIO
6a’kxaHO MarHITHO-Pe30HAHCHY TOMOTpadiio MOomepeKoBoro Bifainy Xap4OBUX NPOJYKTIB Ta MEAMKAMEHTIB,
xpebTa Ta HIDKHIX KiHIIIBOK) i CIeniani3oBaHMiT ceplieBO-CyRMH- CIIA
HUII MOHITOPMHT /151 lesIKUX HauienTis 3 xBopoboto Toure III  GBA Glucocerebrosidase gene, rex rmmoxolie-
tuny. TepaneBTuYHa BiJIIOBifb Ha IIKYBaHHSA BU3HAYaTUMe 4ac- pebposuasn
TOTY BMKOHAHHS 0OCTe)XeHH: Ta ONTUMA/IbHY 103y pepMenTHoi MIM Mendelian Inheritance in Man, ¢penoru-
3amicHoi Tepamii. Jitsam 3 xBopo6oro Tome Tumy II (HaiTsXI010) [I0Bi MapKepy TIOAHA
NIpU3HAYalTh NiATpUMYy04e NiKyBaHHA. [liTeil B focuMnTomHomy MN MHoOX1Ha HOpMaJIbHUX 3HaY€Hb
nepiopi (3asBuyaii 3 xsopoboro [oure tuny I) wacriute inentndiky-  QCSI (KBX3) Quantitative chemical shift imaging,
I0Tb B pe3y/IbTaTi CKPMHIHTY cepefj IOMyIALii 3 BUCOKOIO MOIIN- Ki/bKicHa Bisyaisalis XiMi4HOTO 3CyBY
peHicTio maTonorii a6o 3a HaABHOCTI ypa>keHUX pifHux 6patiB uu  BMB Bone marrow scoring, IToxasuux iHib-
cecrep. [Ina niei rpynyu XBOpuX peKOMEHJYETbCA BUKOHYBAaTU Tpalii KicTKOBOTO MO3KY

MeRMYHUIT OIJIAN MIOPIYHO (BK/TI0YAOYM OLiHKY LII/IBHOCTI KiCT-
KOBOI TKaHUHM). BTiM, 4acTOTa MOHITOPMHTY aCUMITOMATHYHIX
LiTeil 3 HAABHICTIO B POMHI ypa)keHUX OpaTiB 4u cectep Mae BU-
3HA4aTUCA BiKOM Malji€eHTa Ta TAXKKICTIO IPOABiB 3aXBOPIOBAHHA
y crapuoro xBoporo cu6ca. JIikyBaHHs C/TijJ IpU3HAYaTy TiNbKU
3a HasIBHOCTi CUMITOMIB Ta 03HaK XBOpOOU. BiCHOBOK: paHHE
BUSIBJIEHH Ta IiKyBaHH:A cuMmnToMaTn4Hux tumis I i ITI xBopobu
Tomre fo3BoNMTh ONTUMMI3yBaTK pe3ynbTaty Tepamii. [JiTsam B go-
CUMIITOMHOMY IIepiofii 3aXBOPIOBAHHS HEOOX1JHO MPOBOJUTHI
peryispHuil MOHITOPUHT CTaHy 30POB’sI. BaXXTMBUM TaKOX €
TeHeTNYHe KOHCYNIbTYBaHHA.




BCTYN

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

XBopoba T'ome (XI') - reHeTH4yHe maHeTHiYHe 3aXBOPIO-
BaHH, 1[0 Ma€ MOIMPEHICTh B CBiTi mpubnusuo 1:40000-1:60 000
(17, 28, 49]. Cepen eBpeiB amKeHasi Lje OHA 3 HAIIPO3MOBCIOMXe-
HilIMX TeHeTMYHMX ATOJOTiN 3 YaCTOTOI0 BUIIaJKiB cepeli HOCIiB
1:17 [35]. YcmapKoBy€eTbCA 32 Ay TOCOMHO-PELleCUBHUM TUIIOM,
IPUYMHOIO € feiluT 1i30cOMaIbHOro GepMeHTY ITTIoKOLepe6po-
3upasu (xkvcmoi B-ruoxosnaasy). Le mpusBognTh 0 HAKONMYEHHS
cybcTpaTy ImokoLepebposuay (III0Ko3UILepaMiny) B IisocoMax
MakpodariB Ta iIHIIKMX KIITHH, HAIPUKIaZ, octeobmacTis [50].
3anoBHeHi ninmigamu «xnituHu fome» aKyMyn00TbCS B pisHUX
TKaHNMHAX i OpraHax, 0CO6/IMBO B Ce/esiHl, Mevini, KiCTKOBOMY
Mo3Ky (Jomarok 6, puc. la), mereHsax Ta MO3Ky.

Xoua xBopoba lomre i IpOSIBASETHCSA B paMKaxX [EBHOTO CIIEK-
TPY CUMIITOMIB, 3aTra/IbHOIPUITHATO0 € KIiHiyHa Kracudikanis
3 HoAizoM Ha Tpu Tumm: i I (HeHeitponaruyunmii, Karamor ge-
HOTUIOBUX MapKepiB moguuu (MIM) 230800), tun II (roctpuir
HerftponatyaHmit, MIM 230900) i tun III (xponiunmit HeitpomaTiy-
Huit, MIM 23 100). B €spomni, Kanazi ta CIIIA HaimommpeHimoo
dopmoro xBopobu lome (94%) € Tum I, mo xapakTepusyeTbcs
BiZICYTHICTIO IEPBMHHOTO 3a/Iy4€HH:A Yy IaTONOTiYHMII ITpoliec
LEHTPa/JIbHOI HEPBOBOI CUCTeMM. B iHIINMX 9acTUHAX CBIiTY, TAKMX
stk €rurer, SInonis, lBewuist, [Tonpiya, HeliponarndHi popmu Mo-
XYTb MaT GI/IbIIY PO3MOBCIOKEHICTD, Hi>K XxBopoba Tore Tumy
1 [37, 64].

OsHaky Ta CUMIITOMY HeHeliponatinyHoi popmu xBopobu Tome
y AiTell BKIIOYAIOTH CITIEHOMETiio, renaToMeranin, TpoM6o-
LMTOIEHII0, aHEMiIO, BilcTABaHHA y PO3BUTKY, 3aTPUMKY POCTY
i CTaTeBOro [JO3piBaHHA, OCTEONEHII0, CUJIbHI 60ri y KicTkax (ro-
crpi kicTkoBi Kpusn) ra nepenomnu [40]. [Ipy HeHeltpomaTHYHi
¢dopmi xBopo6u otre, 1110 9aCTO HEBIPHO OMMCYIOTH SIK IATOTIOTIIO
[OPOCIIOro BiKY, y 61/BIIOCTI ITAL[iEHTIB CUMITOMY MPOSIBISIOTHCS
B AUTMHCTBI § jiarTHOCTYIOTbCA Y Bini go 20 pokis [10]. Pannii
[I09aTOK 3aXBOPIOBAHHS ACOLII0ETHCS 3 OiMbII TKKUM Hepebi-
TOM Ta BUCOKMM PU3UKOM IIOSIBY IATONOTIYHUX YCK/IafHeHb [38,
47]. Y 75% HenmikoBaHMX JiiTeil 3 HASBHICTIO CUMIITOMIB XBOpOOU
crocTepiraeTbcs cyOONTUMaNbHUI PO3BUTOK OpraHismy [39],
34-42% 3 HUX MaIOTb 3piCT Ha piBHi a60 HIDKYe IATU HePLEHTUIb
(1, 38]. Ha MOMeHT mMOCTaHOBKM [iiarHo3y y 6inbur HixX 80% miTeit
BiJJ3HaYa€TbCA CIIJIEHOMETalifA, FellaTOMeTalis Ta IaTo/IoTiA KiCTOK
[38]. Cepep, miTeit, IKi He OTPUMYIOTD TIKyBaHHSA, CepelHill 06eM
cenesinku 6ibm HiX B 20 pasiB mepeBa)kae IMOKa3HUK HOPMH,
a cepepHiit 06’eM IeYiHKY — B ABa pasu OiMbLINIT 3a HOPMaTbHUIL
po3Mip opraHy #s gaHoro Biky i Baru [1]. ¥ 6/mmsbko 60% mifmiTkis
3 He/liKOBaHOI XBOpo6oto [olite criocTepiraeTbcs 3aTpuMKa CTa-
TEBOTO J03piBaHHA [42], 0 MOYKe CIIPMYMHNUTY 3HAYH] HEeTaTMBHI
[ICUXOMOTIYHI HaCHifKu. AHeMis Ta jerka abo momipHa TpoM60-
LIMTOIIEeHisI, aCOLiilOBaHi 3 rimepcIiieHi3aMoM, HasiBHi mpuOn1n3Ho
y 40% piteit [38]. AHeMis € OffHi€I0 3 OCHOBHUX HPUYUH BTOMU
[38], a TpoMOOLMTONEH] S 361/IBIIYE CXMIBHICTD O IIOSIBU KPOBOTEY
(B ToMy umci yacTi HOCoBi KpoBoTeui) Ta cuHIIB [33].

ITaTomnoria KicTOK cipMyYMHEeHa HaKONMYeHHAM KniTuH lome
B KiCTKOBOMY MO3KY, I/0KoLepe6po3uay B ocreobmacrax [50]
Ta Ai€10 IUTOKIHIB, 1110 BUPOO/ISIOTH 1 Kaituuu. IIpubansuo 80%
HiTeit 3 xBopo6o1o T'olre MaloTh LIOHAIIMEHIIIEe OIHY KiCTKOBY IIa-
TOJIOTiI0 Ha MOMEHT IIOCTaHOBKM AiarHo3y [38]. Ha penrtrenomnoriu-
HOMY 3HIMKY AJICTa/IbHOTO BifiZIi/1y CT€THOBOI KiCTKM MOXYTb CIIO-
crepiraTucs xapakTepHi kon6ononi6ui nepopmanii Eprenmeitepa
(Jomarox 6, puc. 16). [leski gitTy cTpaXkjaloTh Ha XPOHIYHMIT 6ib

y KicTKax Ta/abo KicTKOBi Kpu3u (rOCTpuit HOYATOK, TPUBAJI Ha-
nagu 6010, IO CIIOYATKY MA€ TYIUIL XapaKTep, Hafa/li CTae He-
CTepIIHIM; 3a3BJYall IIepefye NOABI OCTEOHEKPO3Y Ta IIepeNoMiB).
MiHepanbHa minbHicTb KicTKOBOI TKaHuHM (MIIKT), Maca Ta ToB-
I[Ha KOPTUKA/IBHOTO LIIApy 3a3BUYall aHOMa/IbHO HUBKI [47, 59)].

XBopo6a Tome Tunis II ta III Mae nmomi6HMII MaToreHes, W0
Bifipi3HAETbCA, TOTOBHUM YMHOM, 33 CTYIIEHEM HEBPOJIOTiYHOI
IereHepanii — MIBUAKWIL/TOCTPuUIL epebir XapaKTepHUIL I/ TUILY
I1, xponiunmit — s tumy 111 TocTpa HefipomaTuyHa xBopo6a ome
(v II) 3ycTpivaeTbea myxe pigko (1:500000) [17] Ta € maHer-
HiYHOK0. XBOpi AiT MOXYTDb 6YTHU 300POBUMMU IPY HAPOIKEHHI,
ajie 10 2-pivHOro BiKy HPOABAAITHCA CUCTEMHI Ta HEBPOIOTiYHi
03HaKM MaTonoril (yacTo Habarato paHiiie), AKi CTPIMKO IIOCHUITIO-
10TbcA. binpmiicTs fiTelt nommupae B paHHbOMY JUTUHCTBI, IeAKI
y BHYTpIlIHbOYTPOOHOMY Iepiofi, iHIIi — Yepe3 AeKinbKa pokis
[31]. XBopo6a lowe Tumy III IposIBAAETHCS B pAHHBOMY AUTHUH-
CTBi, yacTo Mae nofibHi cummromu o Ty I Ta MoBinBHO mporpe-
Cy1o4mii mepe6ir, 110 4acTo IPU3BOJUTD [0 IETAIBHOIO HACTIAKY
Ha IPYroMy Ta TPeTbOMY JieCATUMITTI XuTTA. Taki HeBponoriuni
O3HAKU, IK TOPU3OHTA/NbHA OKY/IOMOTOPHA aIIPAKCis, HOPYIIEHHA
MIOT/IAZLY 11O B€PTMKA/IbHIl /TiHil, aHOMa/IbHO MOBi/IbHE CTEXEHHA
3a 06'€KTOM Ta KOHBEPTeHTHA KOCOOKICTb 3a3BUYail IIPOABIANTHCA
Y PAHHbOMY AMUTMHCTBI, ajle MOXKYTb TaKOX 3AB/ATUCA 1 Ii3HiIle.
Il xBopo6u [ome Tymy 111 6y/1a pospo6ieHa 1iKaa OLIHKY TSK-
KoCTi 3aXBOpIoBaHHA [18] i BuztizieHO IIOHAIMEHIIIe TPY i/ TUIIN.
Y nanienris 3 Tunom Illa cioctepiraerbca nporpecyoda HEBPO-
JIOTiYHA MATOMOTiA 3 MiOKJIOHYCOM Ta JieMeHIi€0. XBOpi Ha TUII
IIIb MaloTh 3HaYHI Bicllepa/lbHi Ta CKeIeTHI ypaXkeHHA, MOKiOH]
[0 CMMIITOMIB TsDKKOTO TUIY I, 3 HaABHICTIO HEBPOJIOTIYHMX O3HAK
(mepeBa>kKHO TOPM3OHTAIbHMIT HaJAEPHUI ITapalid HOI/IALY), IO
MOXYTb 3 SIBIATUCA O 200 MiC/IA MOSABU COMaTUYHUX NPOABIB
Ta cuMnToMis. KicTkoBa naTosnoris sa3Buyait mpefcTaBaeHa y BU-
sl gedopmartist rpyaHOI KIIITKM Ta BUpaXKeHoro Kidockomiosy
6e3 CynyTHbOrO KiCTKOBOTO 60/TI0 4y KiCTKOBUX Kpu3iB [64]. Tum
IIIc xBopo61 [omre XxapaKTepu3yeTbcs pisSHOMAaHITHUMM HEBPOJIO-
FiYHMMU O3HaKaMM (BK/II0YAI0UH rigporedariio), TIOMyTHIHHAM
pOriBKH, Kanbumd)i}(auie}o A0pTH i ceplLeBMX K/IallaHiB, 10 MpU-
3BOJMTD [0 3aCTilTHOI ceplieBOi HEJOCTATHOCTI Ta IOABY apUTMIIL.

[IpusHadeHH: PpepMeHTHOI 3aMicHOI Tepamil AiTsAM 3 XBOp0o60I0
Toute TvmiB I un 111 i HasIBHICTIO CUMIITOMIB MO>Ke 3aII06ir Ty po3-
BUTKY CEPIIO3HMX, HE3BOPOTHMX COMaTMYHMX YCK/IalHeHb (are
He HeBPOJIOTiYHMX), AKi IPU3BOAATH IO iHBaTifU3alil XBOPUX.

PexomeHnpanii 3 fiarHOCTUKM Ta BefleHHA AiTell 3 HeHelipoma-
TIYHOI PopMoI0 xBopobu Tomie 6y OHOB/IEH] MiXKHAPOFHUMM
excrepraMiu 3 xBopo6u T'olre KiTbKOX MeUYHNUX CIeliaTbHOC-
Teit, po3pobieni The Belgian Working Group on Gaucher Disease,
Guidelines for diagnosis, treatment and monitoring of Gaucher's
disease. May 2016.

NIATHOCTHKA XBOPOBH TOIIE

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

IliTV 3 HaABHICTIO CUMIITOMiB

[liarHo3 xBopo6u omie y miTell 3 HasABHICTIO CUMITOMIB BCTa-
HOBJIIOETBCSA Ha OCHOBI icTOpii XBOpoOY, JAHUX MEANYHOTO OITIARY
i mabopaTOPHUX TeCTiB, MATBEPKEHNUX pe3yIbTaTaM pepMeHT-
HOTO Ta/af0 FeHeTUYHOTO aHai3y.

B icTopii XxBOpoO1 MaloTh CIIOCTEpPIraTUCA 3AYTTA T FUCKOM-
¢dopr B finAHLI XUBOTA, pAHHE HACUYIEHHS 1XKel0, BTOMA, TeH-
JieHIjisl 10 HOSIBY KPOBOTEY i CUHIIIB, CIIOBibHEHMIT ab0 3aranib-
MOBaHUI PiCT JUTUHH, 60711 B KiCTKaX, He3a[0Bi/IbHA YCIILIHICTD
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B koyti. CiMeltHuIT aHaMHe3 ITOBVHEH BKIo4YaTy indopmariio mpo
HasBHICTD pigHMX OpartiB uu cectep 3 xBopoboiw lomre, kpoBHe
CIIOpifiHEHHS, eTHIYHY IIPUHAJIEXXHICTh, JaHUX II0/0 ONMM3BKUX
pOnNYiB 3 TinepclieHieo, IpoBefeHy CIIZIEHEKTOMIiI0, HaABHICTb
CIIopifiHeHMX 3 XBOp06o1o T'oltte TaTOMOTii — paHHBOI OSIBY CUMII-
TOMiB, IOAi6HUX K0 XxBOpo6u ITapkiHcoHa, XBOpoOU AnbLreiiMepa
[25, 36, 62].

ITig 9ac MeAMYIHOrO OINIAAY OLIiHIOIOTb AHTPONIOMETPUYHI [jaHi,
06CTeXYI0Th a0OMiHANbHY LIMAHKY, WKipy (6nigicTd, cuHIi,
nerexii), OIIOPHO-PYXOBUII allapaT, HEPBOBY CUCTEMY, ceplie Ta Jie-
reHi. [Taypranito X1BOTA C/1if] TOYMHATY 3 IAXOBUX AIAHOK, 100
He IPOITYCTUTH Kpail 3Ha4HO 301/bLIEHOI cee3iHKy i mewinku. Bix-
CYTHICTb HEBPOJIOTIYHMX CUMIITOMiB B PAHHbOMY JUTAYOMY Bilji
He BUKJ/IIOYA€ HasABHICTb HEBPOJIOTiYHMX 3aXBOPIOBaHb, OCKi/IbKI
o(dTanIbMOIOTiYHI CUMITOMM MOXYTb BIIeplile IPOSBUTUCA i B Ii3-
HbOMY JJUTAYOMY Billi.

Heo6xifqHO BUKOHATK aHasi3 KpOBi, B IKOMY, JIMOBipHO, CIIO-
CTepiraTyMeThCs aHeMisl, TPOMOOLIMITOIIEHIS 11, IHOZ, elIKOIeH s
Taxox Moxe 6yTu HexapakTepHuit fedinut dpaxropy XI, axui
9aCTO 3yCTPiYaeThCsa cepef| €BPEiB alllKeHasi.

OcraTouHnii jiarHO3 BCTAHOB/IIOETDCA IiC/IsI BUSHAUEHH A PiBHA
aKTMBHOCTI Kucmoi b-rmokosugasu (rokorepedbposnnasn) y eii-
KOL[MTaX, MOHOHYK/Ieapax, ¢pibpobnacTtax Ta/abo mpoBefeHHA
MOJIEKY/IAPHOrO T€HeTUYHOTO aHai3y. Acmipanis i/a6o 6iomcis
KiCTKOBOTO MO3KY € iHBa3VBHUMM MaHINy/IALiAMY i HE PEKOMEH-
LYIOTbCS [/I1 BUKOHAHHA 3 IiarHOCTIYHOIO0 MeTolo [12]. TTanientam
3 TunoM III 114 BejleHHA MOHITOPUHIY IPOrpeCcyBaHHs IIaTOMOTi1
CIiji 060B’SI3KOBO BU3HAYMTH IiITHII 3aXBOPIOBAHHSI.

Komenmap pobouoi epynu: Bcmanoenenns diaenosy xeopobu
Towie y dopocnux spyHmMyemvca Ha Mux sxe 1a60pamopHux 00cui-
OnceHHAX, wyo i y dimeil. Ha momenm po3pobxu 0anoi kniniunoi Ha-
cmanosu 8 Ykpaini €0UH010 ycmanoso10, 0e nposooUmvcst epmen-
modiaznocmuka xeopobu Ioute € Lenmp opdannux 3ax60p106ans
HIICIT “OXMATIOAT:

- 8U3HAYEHHS AKMUBHOCII eNlloKoUepe6po3udasuy y neiikoyumax
kposi abo ¢pibpobnacmax wikipu (npu xeopo6i I'ouie pesynvmam
docnidncenna cmanosumo meruie 30% 6i0 HOPMATLHOT AKMUBHOCM]
pepmenmy);

- BU3HAYEHHA AKMUBHOCI Ximompuo3udasu (36invuieHHs dep-
MmenmamusHoi akmusHocmi suuge 200 Hmonv/z00uny/mn nnasmu).

3pocTae KinbKicTb fiTell, y IKUX JiarHOCTYIOTb XBOpoby Tomre
B JOCUMIITOMHOMY Ilepiofi (3a FomoMorow ¢pepMeHTHOro 41 MO-
JIEKY/ISIPHOTO aHaIi3y) MI/ISIXOM TeHETUYHOTO CKPUHIHTY 6aThKiB,
IIpeHaTaIbHOI/HeOHaTaIbHOI AiaTHOCTUKY B CIIJIbHOTAX €BpeiB
alIKeHasi a6o 3a HasABHOCTI XBopUX ponnyis. CKpMHIHT Ti30c0-
Ma/IbHMX IIOPYIIEHDb Cepel HOBOHAPO/KEHNUX NO3BONUTD BUABUTHI
i1 iHIUX fiTeil 3 6e3CMMITOMHUM nepe6ir0M 3aXBOPIOBaHHA.

Komenmap pobouoi 2pynu: B Yxpaini ckpunine Ha xeopo6y Toute
ceped HOBOHAPOOHEHUX He nposodumbcs. Pepmenmuuti ma/a6o mo-
NeKYNAPHULL ananis xeopobu I'oute y 0ocumnmomamuuHomy nepiooi
8 Ykpaini 30itichioemucst nuwse 8 Llenmpi opdannux 3axeoprosamsv
HIICI “OXMATIONUT”.

MonekynAapHuii aHai3 i reHeTVYHE KOHCY/IbTYBaHHA
MornexkynAapHuii aHasi3 reHy KUcmoi ﬁ—rnmxosmnasm (rmokore-

pe6p03M11a3M, GBA) pexoMeHIOBaHO IPOBOAUTY KOXKHIN JUTUHI
3 Mi/ITBepJ KEHNM JiaTHO30M XBOpO6M Towe (y Tomy umcri micns
IiarHOCTMKM XBOPUX 3 BifICYTHICTIO CMMIITOMIB 3a IOIOMOTOI0
¢dbepMeHTHOrO aHaMi3y), {06 JOIOMOITHU BiIpPi3HUTHU HEHENPO-

maTu4Hy GopMmy 3axBopioBaHHA (Tu I) Big XpoHiuHOI Helipoma-
tiyHOI (T III), SKi MOXXYTb MaTU OFHAKOBMIT KIiHIYHMIT Tepebir
B PAaHHBOMY AUTHHCTBI. X04a reHOTUIIOBO-(EeHOTUIIOBI KOPe/ALil
He € abcomoTHYMY, TPUHANMHI ofHa MyTauis N370S 3axuuiae
BiJf PO3BUTKY HepONMaTMYHOIO TUIY XBOPOOU, B TOI Yac 5K IJ0-
HajiMeHIIe ofHa MyTanisa L444P Mae TeHAeHIIiI0 10 MOCU/IEHHA
TSDKKOCTI jaHoi matosnorii. binpmicts mauienTis, ski 6yan aia-
THOCTOBAHI IIiff YaC CKPUHIHTY CIIi/IbHOTY €BpeiB alllKeHasi, Maju
myTanii N370S. HeitponaTuasuit GpeHOTUI 3a3B14all IOBA3aHUI
3 TOMO3UTOTHOI0 260 KOMITayH/JHOIO T€TEPO3UTOTHO MYTAL{iEI0
L444P ta D409H; faHi CTOCOBHO 6pa3u/IbChKUX MAL[iEHTIB TAKOX
CBiff4aTh, 10 HeltponatiuyHy Gopmy xBopobu I'ore 3gaTHa BUK/IN-
kaTy i MmyTauis G377S [6, 27, 61]. 3HaHHA IPO TeHOTUII XBOPUX MO-
XYTb 6yTY KOPUCHUMU TIif] 4aC IPOBefIeHHA CIMEITHOTO CKPYMHIHTY
Ta IIpeHaTa/IbHOI JiarHOCTUKM.

barpkaM guTHMHM Cij 3aIpONOHYBAaTy F€HETUYHE KOHCY/Ib-
TYBaHHsI TiKaps, 110 Ma€ LOCBif BefleHHs MaljieHTiB 3 XBOp06oIo
Tomre. fkio miaraos 6yB BCTaHOBJIEHNI LIJIAXOM CKPUHIHTY II€EBHOI
CIIZIBHOTH, TeHEeTHYHe KOHCY/IbTYBaHHS HEOOXi1THO BUKOHYBAaTU
Io HacTaHHA BariTHocrti. [Tapu, fe 06uABa mapTHepHU € HOCiAMU
MyTallil, HOBMHHI MaTy Ha yBas3i, 10 KOXXHa iX CHi/IbHA AUTMHA
MaTuMe PUSUK YCIafKyBaHH: xBopobu ome 25%. 3 mapam, fAKi €
HociaMu myTanii N370S, Haf3BMYaliHO Ba>K/IMBO IIPOBOJUTY KOH-
CY/IbTallil CTOCOBHO IIMPOKOTO CIIEKTPY CUMIITOMIB 3aXBOPIOBaHH
Ta BU3HAYEHHA BiKy iX epuoro npossy [74].

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

TeneTyyHi 0cO6MMBOCTI:

« l'en rmokoniepebposumasu (GBA1) posTamoBaHmii Ha XpOMO-
comi 1q21.

o [TaTorensi Bapiantu N370S, L444P, 84GG, IVS2+1G>A npep-
CTaB/IAIOTD BifMOBiAHO 90% MYyTaHTHUX ajle/iell y €EBPeiB-alIKeHasi
Ta 50-60% MyTaHTHUX anernelt B oci6 3 XI' 1-ro Tumy, sKi He € €B-
peamu. OfHaK HETaTUBHMIT pe3yabTaT CKPUHIHTY Ha 11i MOMMpeHi
myrTanii He Bukiodae XI. Tomy B pasi cepito3Hoi ifo3pu pexoMeH-
IY€eTbCs CeKBeHYBaHHA BCboro reHy GBA [7;8;9].

o [Tommpenictp HociicTBa XI' B MeBHUX MonynAuniax (Hampu-
KJIaf, 1/18 B eBpeiB-alIKeHasi) € BICOKOIOS.

» Myraunii 06ymoBm00Th posnogin XI' Ha 3 Kmacu: /ierki, cepefui
Ta BaXKi (Hy/1boBi) MyTanii. TAXKicTh IEBHOTO TeHOTUITY Ba>KKO
Hepen6adnTHL, a PIAKICHICTD eAKUX MYTalLill pOOUTD KOpeALio
reHOTUII-PEHOTUI CYTepeUTNBOI0.

o [Tpu Heneitpononaruyiit XI' 1-ro tuny: Myrania N370S 6yr1a
BJ3HAHA JIETLIOI0 MYyTalji€lo. Y Malli€EHTiB IOHalIMEHIIE 3 OfHIi€I0
anenmio N370S He po3sBUBaIOTbCA HeBponoriuni cumnromu. Ila-
I[iEHTH, TOMO3UTOTHI 3a MyTaLier N370S, MaroTh 6i/IbILI TeTKMit
KJIiHIYHUI nepe6ir, HiX ManieHTH, AKi reTepo3UroTHI 3a IIi€0
MyTanier. bynn takox onucasi maunienTu 3 resorunom N370S/
N370S, B aKMX He BUHUKAJIO >KOJHUX CUMIITOMIB.

« B momynauii oci6, sxi He € eBpesaM, HomnpeHicTb aneni N370S
€ MiIBUIIEHOI0 cepef TOPTYTa/blliB Ta iCIaHIIiB.

o IIpu HelipoHonaruyniit ¢opmi XTI, 3-ro Tumy: myranis
.1448T>C (L444P) HattyacTinre 3ycTpidaeTbcsa cepep mBenis. [1a-
L[i€HTU, 110 MAIOTD LIIOHAaJIMEHIIe ONHY IaTOTeHHY MyTalio L444P,
HifJal0ThCA pPUBMKY PO3BUTKY HEBPOJIOTIYHMX IOPYILEeHb. [oMO3K-
roTHicTh 3a L444P - 1e reHOTUIN, AKMUIT HAlYaCTillle aCOLil0EThCS
3 XT 2-ro Tumy i ABIAE COO0I0 TAXKKY MATONOTIIO 3 IMOBIPHICTIO
HEBPOJIOTiYHOIrO IOPYINEHHA B Jy>Ke MOIOoMy Bili. Pigkicui
reHOTUIIN, TaKi AK romo3uroTHicTh 3a D409H ta D409H/L444P,
TAKOX aCOLI0BAINCH 3 UM (HEHOTHUIIOM.




» Tomosurornicts 3a D409H 3ycrpivaerbcsa pigko Ta ABse
co6oto migryn XTI 3-ro Tuny [10]. s nboro ¢peHOTHITY XapaKTepHi
kanpuudikalis cepreBux KaamaHis, imemiuHa xBopoba cepus,
HOMYTHIHHS POTiBKI Ta CYIpaHyK/IeapHa 0(TalIbMOIIIeris.

o [IpunyuenHs Ipo TAXKICTh HY/JIbOBOI MyTallil, HAPUK/IAL,
MyTauii 31 3cyBOM paMKM 34MTYBaHH: a60 PeKOMOIHAHTHUX ajle-
neit 84GG, IpyHTYeTbCs Ha TOMY (aKTi, 110 Y TOMOSUTOTHUX IIa-
LIi€HTIB 3 HY/IbOBOIO MYTalli€l0 3a3BMYall PO3BUBAETbCA TAXKKUII
¢deHOTHI 1T BOHY IOMUPAIOT IIifl Yac IIpeHaTaIbHOTO Mepiony abo
Ha [OYaTKY XXUTTHA, OCKi/IbKM TOMO3UTOTHICTD, iMOBipHO, He Cy-
MiCHa 3 BUKMBaHHAM/)KUTTAM.

« Kopensuis renorun/peHoTHII € He 30BCiM TOYHOIO, ajie Xapak-
TEPUCTUKA TEHOTUILY MA€ NI€BHY IPOrHOCTUYHY L[iHHICTb.

o Kniniyna Bapiabe/bHiCTb BUpaXKeHH:A XBOPOOU cepell Oparis
i cecTep BUCBIT/IIOE HETIOBHE PO3YMiHHS i MOXKe 6yTH HOsICHEHA
reHeTMYHMMU MoAupiKaTopaMu, OfHAK L Teopid Bee Iije MoTpebye
M TBEPIKEHHS.

« XBopoba Ilapkincona (XII) 6inblr DOMNpPeHa y TeTePO3UTOT-
HUX HOCiiB MyTalii B reHi GBA nopiBHAHO 3 3ara/fbHOIO TONYIA-
niero. MyTauii B reni GBA, okpim N370S, aconirooTbcs 3 migsuliie-
HuM pusukom po3Butky XII [51;53;54;55;56]

o Y mesAKMX Malli€HTiB 3 neq)iuMTOM canosuny C crnocrepiranacb
arumnosa ¢popma XI' 3 HOpMaTbHOIO AKTVMBHICTIO IIIIOKOLIepeOpo3u-
masu. Y fiesakux marieHTis 3 fedinurom aktuBaropa ¢pepMeHTiB
Oy BUAB/IEH] CKIIaJHI reTepo3uroTHi MyTanii B reni PSAP [11]

Komenmap pobouoi epynu: Biomiuero, uo 40,4% (61/124) my-
manmuux anenie zena GBA y nayienmis 3 xeoopo6oto Ioute 6 Ypa-
ini matomo pidkicui nepe6y00su, AKi 3ycmpivanicy 6 NO0OUHO-
kux sunaoxax. Cymapna uacmoma maxcopuux mymayii p. N409S
ma L483P zena GBA 6 Ykpaini Huxua 3a cepedHb0€8pPONeticoKy
i cknadae 50,8% (63/124) 6i0 ycix idenmudgpivosanux anenis. 12,9%
sapianmie zena GBA y nayienmis 3 xeopo6oio Touie 6 Ypaini cma-
HOBUNU PeKOMOIHAHMHI aneni, AKi yMBOPUNUCH BHACTIOOK KOHBEP-
cii nocnidosHocmi yHKUIOHANIbHO20 2eHA | BUCOKO20MOL02IUHO20
ncesdo eena GBAP. Busenena 6ucoxa nopieHAHo 3 0AHUMU iHUUX
esponeticokux 0ocnioHuKie uacmoma micerc- 3amin p.RI5S9W ma p.
G416S(no 4,8%)[1].

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

[ToyaTKoBe 0OCTeXeHH XBOPYX 3 MiITBEPIKEHNM [iaTHO30M

PeTenbHa mepBUHHA OLIiHKA CTAHY 3T0POB’A Ma€ BaXk/IMBe 3Ha-
YeHHsI /IS BCIX iTell 31 BCTaHOB/IEHUM fiiarH030M XxBopo6u lomre,
HaBiTb AKIIO NaTO/MOTiA 3HAXOAUTDHCA B JOCMMITOMHOMY I€piofi
(Domatox 1). O6cTeXxxeHHs BKIIOYA€ aHAI3M KPOBi, BUSHAUCHH S
06’eMy cene3iHKM Ta MEYiHKY, OLIIHKY 3aXBOPIOBAaHb KiCTOK.

AHanis KpoBi

JIabopaTOpHi [OCTif>)KEHHA MaIOTh BK/IIOYaTU POSTOPHYTUIL
aHasi3 KpoBi, BUBYeHHA (QyHKUI] Me4iHKYU Ta HUPOK, BUSHAYCHH A
piBHA iHmuMX 6ioMapkepis. Cepes; MOX/IMBUX aHOMAJIil MOXe 3y-
CTpI4aTICA BUCOKUI piBeHb iMyHOITIOOYMiHiB [70], HM3bKMIT piBeHDb
xonmectepuHy, ocobmmso JITIBII [15], 36inburennst mporpoMbiHO-
Bult 4ac (crocrepiraerbca y 30% narieHTiB), migBuIneHnit piBeHb
6iomapxepis (xirorpnosugasu, CCL18, TapTpaT-pe3ucTeHTHOI
kucnoi pocdarasu (TPKD) ta anrioTeH3UH-IIepeTBOPIOI0YOTro dep-
MmenTy (AIID)). YV mpubnnsHo 6% 0cib He eKCIIPeCYEThCS XITOTPIO-
3upasa (bepMeHT, o CeKPeTYI0Th AKTUBOBaHI MaKpodaru, SKui
rigponisye Tpucaxapuau, OTpMMaHi 3 XiTHHY) Yepe3 HasABHICTb
HY/IbOBOI MyTallil B IeHi; y AeAKMUX YaCTUHAX CBiTy, HAIIpUK/IAJ,
TartBaHi, mogi6He sBUIIe CIIOCTepiraeThes mpubn3Ho B 30% cepen

nonynsanii [8]. Jns raxux manieHTiB 3 xBopo6oro lome goci-
mxerHs 6iomapkepiB AII® Ta TPKD kopucHO BUKOHYBATH IIij] 4ac
IIpOBefieHHsI Oe3epepBHOrO MOHITOPYHTY IIPOSIBIiB 3aXBOPIOBAHH I
Ta BIBYeHH: e()eKTUBHOCTI TepalleBTUYHOrO BTPy4aHHA [8, 34].

Komenmap pobouoi epynu: B Yipaini 3 nepenixy pexomenoo-
sanux Oiomapkepis 6U3HAYAEMbCA TUULE PiBeHb XiIMOMPUO3UOA3U
6 nnasmi kposi. O6cmesicenHs nposooumocs 6 nabopamopii Llenmpy
opgpannux saxeoprosanv HIJCJI «OXMATINUT». Tam xe nposo-
Jumocs idenmuddixayis mymauii 24bp y eeni ximompuosuoasu,
AKA NPU3600UMb 00 8i0CYMHOCMI XiMOMPUO3UOA3HOT AKIMUBHOCTT
8 NAA3MI KPOBI, U0 MOXMce CNPUHUHUMU XUOHO HezamusHy diazroc-
muxky xeopo6u T'owse. IIposedeni 0ocioneHHs NOKAZANU, W40 OPiEH-
Mo6HA HACMOMA HY/Ib060T Mymayii 6 2eHi XimMompuo3udasu y Ha-
cenenns Ykpainu cmanosums 10,1%. Lle 0o800umv HeobxioHicmb
1posedeHH MONEKYNIAPHO20 OOCTIONEHHA HASBHOCHI Uiel Mymaui.

I[Tepen mo4aTKoM NIiKyBaHHSA PeKOMEHAYEThCA BinibpaTu mo-
4aTKOBUIL 3pa3oK CUPOBATKY (3 M), SIKMIl Y MaitOyTHbOMY CITy-
ryBaTyMe KOHTPOJIbHUM CTaHAAPTOM, Ta 306epiratu itoro y 6aHky
KpoBi ipy TeMreparypi —70 °C. Y BUIIafKy MOSABM B Mait6y THbOMY
HO6IYHNX peaKiiit micast GpepMeHTHOI 3aMicHOI Tepamii uu mpoBe-
IeHH: IHIINX aHa/Mi3iB/IOCTifI)KeHb y>Ke BaXk/IMBe 3HAYEHHA Mae
MOXK/IMBICTb BY3Ha4€HHA II0YaTKOBOT'O PiBHA aHTUTI/ B CUPOBATIi
XBOPOTO.

Ouinka cenesiHKM, IEYiHKM Ta KicTOK

3a JOIOMOTOK MarHiTHO-pe30HaHCHOI TOMorpa(bi'i (MPT) ne-
00xigHO foCHipuTH 06'€M Ta iHQINbTpaLio cenesiHKM i MeYiHKM.
3a BifcyTHocTi MPT neBHe ysABIeHHA MO PO3Mip OpraHiB MOXe
matu Y3]I (MeHII TOYHUIT METOT).

Ouninka KiCTOK B ifieasti Ma€ BK/II04aTy BUMipIOBaHHS [iNTbHOCTL
KiCTKOBOI TKaHMHM, BUKOHAHOI Pa30M 3 JBOXEHEPTeTUYHOI0 PEHT-
TeHiBCBKOIO IEHCUTOMETPIEI0) ABOXEHEPTeTUYHOI0 PEHTT€HiBCHKOIO
a6C0p6Hi0MeTpi€IO - JEPA) ycporo Tina, momnepekoBoro Bigginy
xpe6Ta ta/abo crerna, MPT TIOIIEPEKOBOTO BiAiny xpe6Ta icrer-
HOBUX KiCTOK.

Komenmap pobouoi epynu: B 3653Ky 3 06mexncenicmio pecypcie
dsoxeHepeemu1Ha peHmeeHi6coka OeHCUMoMempis 6 Ykpaini 6uko-
HyEmvCst 0OmednceHo.

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

AnroputMm npoBefeHHA cienudivHOI iarHOCTUKY XBOPOOK
T'ome 1 Tumy:

Bunpo6yBaHMii NOKA3HMK MeTop

* MeTtop «cyxoi nnsmu kposix» (CMNK)
ANS BUMIPIOBAHHS QKTUBHOCTI dpep-
MeHTYy rntokouepebposnaasm

* Gkwo pesynsrat DBS HeratueHui,
ane NPUCYTHi KNiHIYHi CUMNITOMM BMKO-
HATW NOBTOPHMM OHANI3 HO NEMKOLM-
TAX KPOBI.

* MNpotouHa ¢pnyopu-
MeTpis

* TanpeMHa
Mac-cnekTpomeTpis®

CKpUHiHT

* BumiprosaHHs akTMBHOCTI pepmeHTy | ® B nerkoumntax

DiarHos | * BusHaueHHs myTauii reHie*** rio- | kpoBi 4n $i6pob-
Kouepebposnpasu** NAcTax Wkipu
Mepebir | * AkTuBHicTb bepmeHTy XiTpoTpHo- . .
P bep ¥ XITpoTp * B nertkouutax kposi
XBOpObM | 3uAa3H

Komenmap po6ouoi zpynu: Memoo «cyxoi nasmu kpogi» (CIIK)
He € niomeepoxcyiouum diazno3 XI' nabopamopHum o6cmeneHHAM
i nompebye no0anvui020 1a60PAMOPHO20 00CIONEHHS 3 pernenb-
HUM CNi6CMABNIeHHAM KATHIMHUX CUMNIMOMIB Ma 1a60pamopHix
pesynvmamis.
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Kpurepii xniniuynoi kmacupikamii:

Tabnuus 2a: lopocni 3 xeopo6oio lNowe 1-ro Tuny: kpurepii kKniHiyHOI Knacudikauii
MomipHa Taxxka

TaxkicTb Jlerka MpuHaiMHi OANH 3 HACTYNHMX,

ane He TAXKNX, Kphteplin OpMH 3 HACTYNHUX KPUTEPIiB

Tepanis [u1HaMiYHe cnocTepexeHHs 30 Oa/xr/2 tvxHi B/B* 60 Op/kr/2 tmxHi B/B*

TemornobiH (r/n) >100 >80-x-<100 <80

Tpombouuty (/Mm®) >100 000 50000-100 000 <50 000

Poamip neuitku (MN**)

(sontometprura MPT up KT) <1,25 1,25-2,5 >2,5

Poamip cenesitku (MN**)

(sontomerpuuna MPT uu KT) <5 515 >15

* YpaxeHHs ckeneta - * binb B KicTkax * XpoHiuHui 6inb B KicTkax

* MarnitHo-pe3oHaHcHa Tomorpadis | * HopManbhe/HesHauHe 3MeHWeHHs | * 3HOYHE 3MEHILEHHS IHTEHCUBHOCTI | ® 3HAYHE 3MEHLIEHHS IHTEHCUBHOCTI

(MPT) (nepeBaxHui MeTop Bisyani- | inTeHcueHocTi curHany Ha T1/T2 MPT | curnany Ha T1/T2 MPT curiany Ha T1/T2 MPT

3aui)*** * KictkoBui Kpus

* NleoxeHepreTnuHa peHTreHiscbka | ¢ Jlerka dopma octeonenii (MLLKT: | ¢ MomipHa bopma octeonenii (MLLIKT: | ¢ Octeonopos (MLLKT: Z-nokasHuk

abcopbuiomerpis ([EPA) Z-nokasHuk He ripwe —1,5 SD) Z-nokashuk Big -1,5 ao 2,5 SD) ripwe —2,5 SD)kpu3

* Ornsaposa pentreHorpadis ¢ Nledbopmauis Kictku 3a TMMOM ko- | * beacumnTomHi ginsHku asackynsp- | * AsackynspHuil Hekpos (ABH)
Hi4Hoi konbu Epnenmeitepa HOFO HeKpo3y * MaronoriyHi nepenomu

* 3amina cyrnoba(-is)

Ki 7 i o . .
Flfc;goshu MO30K ppaKLlis Xupy F,>23% (nonynsuis 3poposux oci6: F,<23% F,<23%

MeTtopg: KBX3**** 27% <F,<55%)
<15 990 {atio <7 300 y wecie >15 000 (aBo >7 500y Hociis >15 000 (a6 7 500 y Hociia

Xitpotpiosupasa : : .
XiTOMyTaUii) xiToMyTauii) xiToMyTauii)

* MixHapogAHO BU3HAHI 403K 0AMHMUS, NePOPanbHA Tepanis: AMB. Aani
** MN: gopisHioe HOpManbHOMy po3Mipy.

*** YpaxeHHs ckenera 3a ouinkoto MPT: B (aue. Jogarok 7)

**** KBX3: kinbKicHa Bisyanisauis XiMiyHMX 3cyBiB.

Ta6nuusa 2b: litn (oo 18 pokis) i3 xBopo6oio lNowe 1-ro Tuny: goaarkoBi kpuTepii Anga kniHiuyHoi knacudikauii
3 nposiBamu XxBo0po6M

TaxkicTb Be3 nposgis xBopo6u
- - MomipHa Taxka
Tepanis AUHAMIYHE CNOCTEpeXeHHs ™ 60 Op/kr*** 60 O /kr***
FemornoSikl{r/n} >100 I'!c 29 r/n HAXYeE Bifi HUKHBOT MEXi binbuwe Hix Ha %0 r/n.Hri)K"lenBIH
BiKBOi HOPMM MEHLE HUXHBOI MeXi BIKOBOI HOPMM
Tpombouuty (/mMm?) >100 000 50000-100 000 <50 000
Poamip nevinkn MN** <1,25 1,25-2,5 >2,5
Poamip cenesinku MN** <5 5-15 >15
* YpaxeHHs ckeneta - - * (XpoHiunuit) 6inb y KicTkax, KicT-
* Cumntomu KOBMHM KpK3 (3a3BMYAIM HENPABUIBHO
AIArHOCTYETbCS K OCTEOMIENiT)
* OrnspoBa peHTreHorpaodis * [lepopmalisi KicTKM 30 TUNOM KO- * BeacumnToMHI AinsiHkM aBackynsp- | ® AsackynspHuit Hekpo3 (ABH)
HiuHoi Konbu Epnenmeiiepa HOTO HeKpPO3y * MatonoriuHi nepenomu

* 3amiHa cyrnoba(-is)
* MarHitHo-pe3oHaHcHa ToMorpadis | * HopmansHe/HesHauHe 3MeHWeHHs | ® 3HAYHE 3MEHLIEHHS IHTEHCMBHOCTI | ® 3HAYHE 3MEHLIEHHS IHTEHCUBHOCTI

(MPT) (4-6 pocis) iHTeHcuBHocTi curHany Ha T1/T2 MPT | eurHany Ha T1/T2 MPT curHany Ha T1/T2 MPT
* KictkoBui kpus
* NlsoxeHepreTnyHa peHTreHiscbka | * Jlerka dopma octeonerii (MLUKT: | ¢ MomipHa bopma octeonenii * Ocreonopo3s (MLLKT: Z-nokasuuk
a6copbuiomerpis ([EPA) (sin 4 Z-nokasHuk He ripwe -1,5 SD) (MLLIKT: Z-nokashuk Big —1,5 ao -2,5 | ripwe -2,5 SD)
pokiB, 0cob1BO B NEPioA CTATEBOrO SD)
AO3piBAHHS**¥)
Picr MomipHe ynosinsHeHHs pocTy Hux4e | Cepito3He ynoBinbHeHHs pocTy BUle
-1 /Buwe -2 SD°*** -2 SDeo***
. . A <15 000 (abo <7 500 y Hociis >15 000 (abo 7 500 y Hociis >15 000 (abo 7 500 y Hociis

XitpoTtpiosupasa : - : .

xiToMyTauii) xiToMyTauii) xiToMyTauii)

* ockinbku KpUTepii BIALKOAYBAHHS B AAHMI 4OC HE AO3BONSIOTh NIIKYBAHHS B LUX BANAAKAX

** MN: gopisHioe HopmanbHOMy po3mMipy

ockinbku 36inblweHHs MacH KicTkosoi TkaHuHu 3a gonomorn P3T € HaMbinbL ePeKTUBHUM y MONOAMX NALIEHTIB, Lo Nepes6ayae CTBOPEHHS TepANeBTUYHOrO BIKHA ANs HAMKPALLOT
epeKTUBHOCTI y AiTel Npu 3aCTOCYBAHHI BUCOKOA030BOI Tepanii B Liei KPMTMYHMMA Nepiod, Koan 3poCTae NiKOBA MIHEPAbHA WiNbHICTb KICTKOBOT TKAHUHM.

°*** SD: cTaHpapTHI BigXMAEHHS Big cepeAHbOro 3pocTy 6aThkis (gisyarta = 3pict 6arska — 13 + 3pict Marepi/2; xnonumku = 3pict 6aTbka + 3pict Matepi +13 cM/2

*kk




Ta6nuusa 2c: Jopocni/aiTm: RoaaTKOBI KAiHIYHI KpUTEPIi BAOXXKOro ypaKeHHs, Wo noTpebyloTb Tepanii y BUCOKMX
Ao3ax

Haveuwmit pusmnk
MouaTtkose po3yBaHHs™® - - -
60 Op,/Kr KOXHI 2 TUXHi BHY TPilLHbOBEHHO
HaseHicTb ogHOro abo Kinbkox i3 HAOCTYNHUX CUMNTOMIB:
* CMMNTOMATHMYHI 30XBOPIOBAHHS CKeNeTy
* Yitke nopyLueHHs AKOCTi XMTTA yepe3 xsopoby lowe
* 3aXBOPIOBAHHS CEPLS | NErEHIB, BKAKOYAOUM NIEreHEBY rinepTeH3ito
* MocTTpancdysinHa 3anexHicTb
* TsKi 3aXBOPIOBAHHS NEYiHKM
¢ ®i6pos (ynsTpacoHorpadis, komn’iotepHa Tomorpadis, MPT)
Kpwurepii pusmnky * MoptansHa rinepTeHsis
* Taxki 30XBOPIOBAHHS CenesiHku
* MoeTopioBaHi i1 0bWMPHI iHbapKTH
* MexaHiuHui guckomopt
* MoHoknoHanbHi 6inku y kpoei abo ceyi (xo4a ix HAsBHICTb, K i nonikNOHANbLHUX BinKiB, 4aCTO He NOB'A3aHi 3i cTyneHeM
TAXKOCTi XBopo6u). CnneHekTOMis MOXe pO3rNsSAaTUCH IK METOA BUKITIOYEHHS MOOAUHOKMUX BUNAAKIB NiIMBOMM Tinbku
Yy pasi HasBHOCTI 03HAK NiMPOMM Y iHWMX Micusx abo y pasi BiacyTHoCTi peakuii cenesiku Ha MPT).
* Bypab-siKi CynyTHi MEAMYHI CTAHM, LLLO CNPUSIOTb MOAANBIIOMY YCKNAAHEHHIO XBopobu lowe, abo ix 03HaKM Ta cumnTOMM

* Yci pekomeHAALT W00 NOYATKOBOI O3M MAIOTb KOPMIYBATHCh B iHAMBIAYANLHOMY MOPSAKY, B 3NE€XHOCTI Bif KNiHIYHOI peaKwii Ta AOCATHEHHS METH NliKyBAHHS.

Ta6bnuus 3: fBopocni i3 xsopo6oio lowe Tuny I: pekomeHaauii WoOAO NiKyBAHHS B pamKax ¢pepMeHTHOI 3amicHoi
Tepanii (P3T)
Taxkui cTyniHb (aue. knacuoikauinHy Tabnuuo 2a)
Ymorun

* BigcyTHicTb nokpaueHs yepes 6 micauis nicns nposepeHHs P3T (KOXHi 2 TUXHI BHY TPILUHBOBEHHO) ANSt HEKICTKOBUX
Moxnuee kopurysaHHs nosu 30XBOPIOBAHb

* MMocTynoee nigsuweHHs * BigcyTHiCTb 3HQYHMX NOKPALLEHD BIACOTKOBOTO BMICTY XMPY Y KiCTKOBOMY MO3KY (ouiHka QCSI -kinbkicHa

Ao3un 30 Op/Kr KOXHI 2 THXHI Bisyanisauis xiMiyHux 3cysis) yepes 12 micsuie nicns nposepgexts P3T. Y nauieHTie, y sIKMX NOHATKOBUM BifCOTKOBMIHA
BHYTPiLUHbOBEHHO. BMICT XMpY CTaHOBUTb MeHwe 23%, Lier NOKA3HUK MOE NiABULUMTUCE TAKUM YUHOM, LWOB NPUHAMMHI NepeBULLUTH
Kpawe 1 pa3s Ha 2 TuxHi 303Ha4YeHMH pieHb. Kwo noyaTkose 3HAYEHHs BXe € BUWMM Big 23%, MeHwe nigsuwenHs abo ctabinizauis MoXyTs

BBAXATUCh BOCTATHIMM.
* BiacyTHiCTb 3HMXeEHHs XITOTPUO3MAA3HM 060 3HMXKeHHS iT MeHwe 15% vepes 12 micauie nicns npoeepenns P3T.

* Mocrynose 3HuxenHs go3u 30 Op/

KF KOXHi 2 TUXHi BHYTPilLHbOBEHHO * Yepes 6-12 micauis nicns OLiHIOBOHHS Y NALIEHTIB, WO HE MAIOTb TAXKMX KiCTKOBUX 30XBOPIOBAHb, i3 MOMITHUM
ab0o MeHwW yacTi iHdysii: Ta cama NOKPALWEHHSM remaTtonoriyHx napametpis i renarocnneHomeranii (KT a6o MPT)

A03a/3 TmxHi npotarom 2-3 pokis * Y BUNAAKax TAXKMX KiCTKOBUX 3QXBOPIOBAHb Yepe3 5 pokiB i nisHilue, AKLLO Nif 4aC AIQrHOCTMYHOTO CKAHYBAHHS
Ta NiCAs LIbOro TEPMiHY, TA CaMA BUKNI0YMNM Byab-sKi noaanblLi ycKnagHeHHs abo 6yno BUSBNEHO HASBHICTb 3HAOYHMX YPAXEHb KICTKOBOT TKAHMHMU™

A03a/4 THXHI)*

bicdochonarn**

* BicdocdoHaTu BHYTpilHbOBEHHO
NPM THKKUX YPAXKEHHSX KICTKOBOI
TKAHUHK

* [pusHayeHHs bichochoHaTiB BHY TPiLUHBOBEHHO PEKOMEHAYETLCS NIiCNA Nepworo poky nposeaeHHs P3T**,

MomipHuit cTynitb (auB. knacuikauinHy Tabauuio 2a).

Ymosu

* BincyTHictb nokpaueHb yepes 6 micsuie nicns nposepgerHs P3T (koxkHi 2 TUXHI BHY TPilLHbOBEHHO) ANSt HEKICTKOBMX
30XBOPIOBAHD

* BigcyTHiCTb 3HQYHMX NOKPALLLEHD BIACOTKOBOTO BMICTY XMPY Yy KicTkoBoMy Mo3Ky (ouiika QCSI) yepes 12 micsuis
nicns nposepeHHs O3T. Y nauieHTis, y AKMXNOYATKOBUM BICOTKOBMM BMICT XMUPY CTAHOBUTb MeHwe 23%, uei
NOKA3HUK MAE NiABULMTUCE TAKMM YUHOM, W06 NPUHANMHI NepEeBULLUTU 3a3HA4EeHUI piBeHb. Ko noyatkose
3HAYEHHS BXe € BULMM Bif 23%, MeHwWe nigsuieHHs abo ctabinisauis MOXyTb BBAXATMCh 4OCTATHIMM.

Moxnuee kopuryeaHHs nosu
* [MocTynoee nigsuweHHs
po3u 30 Op/Kr KoXHi 2 TUXHI
BHYTPiLUHbOBEHHO

Tlerkwuit cTynitb (auB. knacudikauinHy Tabauuio 2a).
®D3T He NpoBOAUTLCSA, AN PeTeNbHUIA MOHITOPUHT € KNIOYOBUM.

*KomeHTap poboyoi rpynu: 3 MeToto nokpalyeHHs SKoCTi XMTTS nauienTis 3 XI MOXMBO 3MiHUTH KpaTHOCTI iHy3ii 3i 3acTOCYBAHHSIM CyMapHoi o3a npenapary, nicns crabnizisauii
OCHOBHMX KNIHIYHWX TG NA6OPATOPHMX NOKA3HHKIB.

**KomeHTap poboyoi rpynu: Bukopucranns Gipocdonaris B Ykpaini obmexeHo i BigobpaxeHo B 06MexeHik kinbkocTi ny6nikayii, ski npucBSYeHi 30CTOCYBAHHIO NikapCcbkmx 3acobis yiei
rpy Ny Npy HEBOCKOHANOMY ocTeoreHesi B gutayomy siui (http://www.mif-ua.com/archive/article/34331)

Ta6nuus 4: flitu (ao 18 pokis) i3 xeopo6oio lowe: pekomeHgauii LOAO NiIKYBAHHS
HeHnerponartnuni dopmu y pitein1l TOK, WO 1 N4 AOPOCIINX, i3 HAOCTYNHUMM 3MiHOMM:

TAXKMM CTyniHb

60 Op,/Kr KOXHi 2 TUXHi BHY TPilLHbOBEHHO [lns KOPUryBAHHS 3AraNbHOTO TSAXKOrO YNOBiNIbHEHHS TEMMIB 3POCTAHHS
locTpi HeMponaTtHuHi dbopmm

IcHye y3roaxeHa ByMKa WOAO BiACYTHOCT €EKTMBHOCTI i NiKYBAHHS L€l D3T € besycniwHUM METOROM NiKYBAHHS HEBPONOTIYHOI HEAOCTATHOCTI, AKA
rpynM, 3a BUHSTKOM, CUMITOMATHUYHOI Tepanii. TPANASETLCS NPM rOCTPIl HeMpoNaTHUHIK bopMi xeopobu lowe.

XpoHiuHi HeMponaTuyHi bopmu

- (MiH.) 60 Op/Kr KOXHi 2 TUXHI BHY TPiLUIHbOBEHHO Y sKkOCTi goBrocTpokoBoi | P3T e epekTMBHMM | Ge3ne4HUM METOROM NiKYBAHHS HE HEBPOMOTIHHMX
TpuBanoi Tepanii CMMNTOMIB NP XPOHi4HIK HeMponaTtnuHii popMmi. Ebekt DP3T Ha HeBponoriuHi

TpaHcnnaxTauis cToBbypoBMX KNiTHH i3 npoBeaeHHsM/6e3 nposeaeHHs P3T | cuMITOMM HE3PO3YMINHHA.
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PEKOMEHJALIT W{OA0 MKYBAHHA NALIEHTIB 3 XBOPOGOH
ToOlWE

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

®DepMeHTHa 3aMicHa Tepanis

Pesynbrarom depMeHTHOI 3aMicHOI Tepamil € po3IenIeHHs
HaKOIMYEHOT0 III0KO3U/ILepaMifly Ta MOMinieHHs abo HopMati-
3allid BicljepaTbHUX, KICTKOBUX CMMIITOMIB i 3pOCTaHHA JUTUHMA.
B 6inburocTi nmitepaTypHMUX mxKepen onucaHuil egexT pepMeHT-
HOI 3aMicHOI Tepamii 3 BuKopuctanHaAM anrmonepasn (Llepenasa
(Ceredase®), Genzyme Corporation) — riokoLepe6po3nsasm oTpu-
MaHO{ 3 JIOACHKOI ITalleHTH, 0 BIUIMBAE Ha Makpodary, i cTana
mocTynHow B 1991 poni - Ta ii peKOM6iHaHTHOI‘0 HAaCTYIIHMKa, iMir-
nonepasu (Llepesum (Cerezyme®), Genzyme Corporation), sixa 3a-
CTOCOBYETbCs 3 1994 poky. AnbrepHariBHa GopMa peKoMOiHaHTHOT
JIIOICHKOL rnmxouepe6p03m1a3m - Bejarmmuepasa anb(ba (BITPIB
(VPRIV®), Shireplc) - goctynHa 3 2010 poky [22, 71]. TpeTs pexom-
6iHaHTHa opMa JTIOICHKOI ITII0KOLIepeOpo3nasy — TaIirmonepasa
anbga (Pfizer/Protalix BioTherapeutics, Inc.) orprmana cxBaneHHA
FDA (YnpaBniHHA 3 caHiTApHOTO HAITIARY 3a AKICTIO XapYOBUX
npopykTis Ta MegykaMenTiB CIIIA) B TpaBHi 2012 poky [72].

KoxxHilt ;uTHHI Ta HiAIITKY 3 HAABHICTIO CUMIITOMIB XBOPOOH
Tome cTix mpU3HAYATY PETY/LAPHI BHYTPilIHbOBeHHI iHY3ii dep-
MeHTHOI 3aMmicHoi Tepamii. [ToxasaHHA [0 MOYATKY PepMeHTHO]
3aMicHoi Tepamii y fiTeit 3 HasBHicTI0 cumnToMiB (JJofaTok 3).

[lo3y mifbupaoTh IHAMBIAYaIbHO BIIOBIFHO O KIiHIYHOTO
CTaTyCy Halli€HTa Ta I0ro MONEKy/IAPHUX IOKa3HMKiB. PekoM-
6inaHTHI pepmenTH focTynHi B 6inbu HiX 80 KpaiHax cBiTy,
BK/II09a04y Bcio €Bpony. OcKinbKy NiKyBaHHA € JyXe JOPOTUM,
IpoLEeyPy BilIIKOAYBaHH BUTPAT, CXEMM Ta 103U IOYaTKOBOIO
NMiKyBaHHA BiIpi3HAIOTHCA Y pisHUX perionax. Ilif 4ac KoxHOro
Me[JMYHOIO OINISIAY BUMIpIOIOTh Bary JUTMHU Ta MPU3HAYAIOTD
BiIOBiIHY KiNbKiCTh OAMHMLD IIPEIapaTy Ha KiZorpam macu
tina. [TocTiliHa KaTeTepu3aliia BeHM He OTPiOHa, BUK/IIOYEHHAMMN
€ BUITAJIK! YCK/IaJJHEHOTO JOCTYIY O BEH!U UM BUPaKeHUI CTpax
IUTVIHY TIepef iH'€K1Ii€10 HABITh MiC/IsI TONIEPeHBOr0 06pOOIeH
HIKipy MiCIIeBMM aHECTE€TUKOM, HallpUK/IaJ, TifloKaiHOM.

Tunosuit pesynbraT pepMeHTHOI 3aMicHOI Tepamii y miTeit fie-
MOHCTPY€ CYTTEBE 3MEHILIEHHA PO3MipiB ce/ne3iHKM i mediHku,
a TaKOX perpecito aHemii Ta TpombonuTomneHii. JaHi foBroTpu-
BaJIOTO CIIOCTepeXXeHHA 3a 884 fiTbMu, 10 3anydeHi fo Peectpy
nanieTiB 3 xBopoboro Tome (ICGG Gaucher Registry), i siki ot-
pUMYyBaIu anrnoLepasy/iMirmonepasy, MoKasany, o OiIbLIicTh
HO3UTUBHUX 3MiH IeMaTOIOTiYHUX MIOKa3HUKIB Ta MIPUOTU3HO
[OJIOBMHA OKpallleHb opraHoMeranii 3adgikcoBaHi mpoTsAroM mep-
HIOTO POKY NiKyBaHH:A, IPY bOMY IIapaMeTpyU IIPOJOBXYyBaau
HOKpallyBaTuUCs ab0 3aJMIIaNINCA Ha TOMY X PiBHI mpoTArom
moHariMeHe 8 pokis Tepamii [1] (Puc. 2 1 3). laHuit ananis Takox
IIPOfIEeMOHCTPYBAB IIOKPallleHHs B CEpPefIHiX Z-N0Ka3HMKaX 3pOCTy
Ha 1,9 ofHMIIb MPOTATOM 8 POKiB NiKyBaHHA 3 aNInolepaso/
imirmonepasowo [1] (Puc. 4). I'padixu Ha puc. 2, 3 i 4 MoXxHa BU-
KOPMCTOBYBATHU 1A OLjiHKM iHAMBi/Jya/lbHOI BifJIOBiJli XBOPOTO
Ha TepaIlio 3a Ti€l X METOAMKOIO, 110 il iiarpaMu poCTy.

Y piteit 3 xBopo6oto Tolte, 1110 T0OYany OTPUMYBATH TEPAMii0
iMirmronepasow B Ieplli AecATb POKiB XUTTH, CIIOCTEPiraeTbcs
HOpMaJIbHE CTaTeBe JO3PiBaHHs, B TOI Yac AK Y XBOPUX, 1[0 HE OT-
pUMYyBa/IM IiKyBaHHA O HaCTAHHA IiJIIITKOBOTO BiKY, CTaTeBe
[o3piBaHH: 3aTpUMYETHCs [1, 39]. OckinbKu OinbuIicTh KiCTKOBOI
Macu pOPMYETbCS MPOTATOM NIy6epTaTHOrO Mepiofy Ta AOCATAE
MakcuMyMy B 30 poKiB, y manieHTiB 3 XxBopo6olo Tore, 110 He OT-
PUMYIOTb J1iKyBaHHA, HEMOX/IMBICTb HAKONMYEHHA MAaKCUMYMY

KiCTKOBOI TKAaHMHM B KPUTUYHUI BiKOBUII IIEpiofi pa3oM 3 OcC-
TEOHEKPO3OM IiJIBUIIYE PUSUK MOABU MEPENIOMIB, Y TOMY YMCIi
MikpoTpimyH. PepMeHTHa 3aMicHa Tepanis 30i/blIye MiHepaIbHy
minbHicTh KicTkoBoi TKaHMHM (MIIIKT), kicTKOBY Macy Ta miinb-
HICTb KOpTMKa/IbHOrO Wapy [1, 11, 22, 51], mpu LboOMY Hait6imbi
BupaxxeHe nokpamenna MIIKT cnocrepiranocs y nanieHTis Mo-
JIOALIOTO BiKY, I[0 OTPUMYBaIy iMirmonepasy [1, 4, 51]. Imirmrore-
pasa Takox IpUTHivye HalrocTpinn Kictkosi Kpusu [1] i 3amo6i-
rae nossi 600 B kicTkax [20] Ta nepenomis [13]. Takum 4mHOM,
mnaxom nokpamenHa MITKT ta sMeHIIeHHA KiCTKOBUX KpU3
(bepMeHTHA 3aMiCHa Tepallis Moxe 3al00Ir TV BUHUKHEHHIO TaKUX
CEpPItO3HUX CKeJIeTHUX YCKIaJHEeHb, K KOMIIpecisa cyrmoba un
xpe6uiB Ta I1ePEIOMiB.

B pesynbrati pepMeHTO3aMicHOI Tepaiii crocTepiraeTbes mo-
BEPHEHHS JI0 Maii>ke HOPMa/IbHMX 3HAYEHb ITiJIBULIEHUX TOKA3HM-
KiB Takux OioMapkepiB 3aXBOpIOBaHH1, SK XiToTpiosnupnasu, AIIO,
TPK® Ta CCL18 [56, 63]. Takox B pe3ynbrari 1iKyBaHHS BUABIIA-
€TbCsA 3HIDKEHHA rinepiMyHornobytineMii [70] Ta BUcOKOro piBHA
¢beputuny [30, 60, 68, 73]. IlocriitHa Tepamis 3 BUKOPUCTAHHAM
imirmionepasy mokpairye abo HopManisye pisai IgA Ta IgM, B Tol
vac Ak IgG € MeHII cipuitHATINBUM 1o NiKyBaHHA [70].

ITpu6nusHO y 7% MalieHTiB crocTepiranmucs nepiognyHi nobivHi
peaxuii miz yac abo yepes feKinbKa AHIB Mic/is HpoBefeHHs iHPy3il
npenapaty [5]. IlonibHi HecpuATINBI peakil rinepyyTANBOCTI
a60 ABUIIIA HeaJIePTiYHOTO IOXOMXKEHHA MOKHA IOIePeANTH UIIA-
XOM IOBi/IbHOTO BBe[IeHHS PO34YMHY i 36i/mblileHHA yacy iHysii
Ta/ab0 IOIePeSHbOTO BBEIeHHA aHTUTICTaMIHHUX IIperaparis uu
KopTukocrepoifis. Cnmparounch Ha 6araTopquI/U71 OOCBIJI 3aCTO-
CyBaHHA iMiITIIOLEpasy, BCTAHOBJIEHO, 1[0 CXEMa BBEJJeHH A IIpella-
paty, sKa mepef0adae MOYATKOBY IOBIIbHY WIBUAKICTh BBECHHA
i3 mocTynoBuM ii 3pOCTaHHAM, € IPODITAKTNKOO BUHMKHEHHA
Ho6iYHMX peakiit. Ik mpaBumo, 06CTeXXeHH: Ta IepBUHHE JTIKY-
BaHHA JiTell 3 XBOpo6oo [olle TPOBOAATL B YMOBAX CTal{iOHAPY,
Tie BUKOHY€ETLCA peTe/bHNUIT MOHITOPUHT CTaHy XBOpUX. 3a Bifi-
cyTHOCTI MO6IYHNUX edeKTiB PepMeHTHOI 3aMicHOI Tepamii yepe3
6-12 micALiB B feAKNX KpaiHaX XBOPUM JI03BO/IAETbCA IPOBOJUTH
Hofja/Ibllie TiKyBaHHA BAoMa. Takuil mifxif fonomMarae moKpamuTi
BOTPUMaHHA JIiKyBa/JbHOIO PEXXMMY Ta IOMIMIINATY AKICTb XUTTS
narieHTiB i ixHpoi pogyHy. TpuBamicTp rocmitanbHux ingysii He-
00Xi/{HO CKOPUT'YBaT!U B iHAMBiAYaTbHOMY IOPAAKY A/ KOXHOTO
XBOPOTO JI0 NIePeBENEHH JI0TO Ha JOMAllHil peXXMUM JTiKyBaHHA.
Ao npotArom 6-12 MicA1iB He BUHMKAIN no6iuHi peaxuii, MOB4I-
3aHi 3 BBEJICHHAM IIPEIapary, I0sABa B [IO/Ia/IbIIOMY aHTUTi/I KJIacy
IgE manoiiMoBipHa.

Intravenous enzyme replacement therapy (ERT) for
Gaucher disease (2017):

Imirmonepasa, Benarmonepasa anbda ta Tamirmosepasa anbda
moKasaHi s TpuBanoi pepMeHTHOI 3amicHol Tepamii (P3T)
y miTeit Ta y fopocnux 3 xsopoboro Tomre 1 Tumy [1;2;3].

Hughes Ta inmi (2015) ony6ikyBanu pe3ynbTaTu JOBTOCTPO-
KOBOT'O PO3IIMPEHOTO JOCTiKEHHA 3 (basm NMiKyBaHHA Ialli€EHTiB
3 xBopoboro Tome 1 Tuny Benarmonepasomn anbda [18]. V gocri-
I>KeHHI mpuitMany y4acTb 57 nanientis (25 manienris 3 TKT032
trial Ta 32 manienTrt HGT-GCB-039 trial) Bikom Bif 3 o 62 pokiB.
Bci manienTn otpymanu cBoi mepii Tpu iH}y3ii Ha caiiTax KIiHIY-
Horo Bunpo6osyBanHs. Hacrynni indysii manienTn orpumyBamm
B a7IbTEPHATMBHUX MICIAX TiKyBaHHA, 32 HAIPAMOM JOCTiTHUKA,
y pasi BIACYTHOCTI y HMX OGIYHMX peakuiit. Bei manienTn orpu-
myBanu Benmarmionepa3sy anbda, KoXXeH [PYTUil TUXIeHb BHY-
TpillHbOBEHHO NpoTAroM 1,2-4,8 pokis y fo3i 60 Ol / kr (mesxi
3 Malli€HTiB IOTpeOyBaIu 3HIDKEHHA HO3M IIif| 4ac MPONOBXKEHH




BUNIPOOYBaHHA). 19 3 57 XBOpUX 3aKiHYMIM BUNIPOoOyBaHHA. [HIi
narieHTy (34) IpUNUHNWIN KIiHIYHe BUIPOOYBaHHA 3a PillleHHAM
croHcopa. Maiixe y BCiX Halli€HTiB YIPOLOBX BUIPOOYyBaHHA
croctepiranuch nobiuni peakuii. ¥ 16 3 57 manieHTiB mo6iuHi
peaxkuiii, IMOBipHO, 6y/I11 OBA3aHi 3 TiKyBaHHAM. 3 56 MallieHTiB
3 MOGIYHMMY peaKLisAiMU TiMbKM y OJHOTO MallieHTa crocTepi-
rajacs rinepreHsis Ta romoBHmMit 6inb, HoB'A3aHMI 3 iHPYy3i€n.
ITicTp manienTiB Manu nobivHi peakuii, 3Bs13aHi 3 iHdysiew. Byo
3apeecTpoBaHO 19 cepito3HMX NOOGIYHUX peakiiil, BKIOYIA0In
CIIOHTAHHMII abOPT y mepIuoMy TpyuMecTpi (IaLjieHT MaB icTOpilo
BUKUAHIB Ta aHTU(OCOMIMIHNIT CUHPOM) Ta OLUH CMEpPTe/lb-
HUIT BUIIATOK Mic/sa cynoM. Hisfkux cepitosHux mo6ivHMX peakiii
He NOBI3YBa/IM 3 TIIKyBaHHAM. Y OJHOTO IaljieHTa 6y/1y BUsABIEH]
IgG anritina go Benarnosepasu anbda. CepenHe 36inbieHHA
KOHIIeHTpalii reMorno6iny ckmano 2,75 r / ma (26%) y 3araapHiit
rpynu Benarnasepasu anbda, i moKasHUK 36i1blIeHHS TPOM6OO-
LUTIB BCepeHbOMY CTaHOBUB 120%. ¥ 64% BcepeHbOMY crOCTE-
pirazocs sMeHbIIeHH: 00'eMy cele3iHKM Ta y 27% BcepeHbOMY
3MeHbIIIeHH: 00'eMy MediHKI. 3a pe3ynIbTaTaMu 06CcTexXeHHs edek-
TUBHOCTI IOKaHMKiB BUAB/IEHO, 110 CTAH XBOPUX IOKPAIUBCA
B Hepuri 24 MicAL{ Ta B IOAA/IbUIOMY IiATPMMYBaBCS CTAOLIBHIM.
3aK/II04eHHsI aBTOPIB IOJISITalIo B TOMY, 110 Benarmiosepasa anbda
€ 6e3IeYHOI0 Ta TOIEPaHTHOW. IIpoBefieHO MyIbTHHALIIOHAIbHE
MOCITi>KEeHH A (1)a31/[ 3 oS OLiHKM e(beKTMBHOCTi Ta 6e3IeKN I0-
ABIITHOTO HO3yBaHHs Bemornonepasu anbda y marieHTiB 3 XBO-
pob6oio lomre, Aki paHile oTpuMyBanyu nikyBaHHA. [TanieHTH
OTPYMYBaIM BHYTPIlIHbOBeHHY iH(]y3ito Bemarmonepasu anpda
y 503i 60 OJ] / xr (n = 12) a6o 45 O]/ kr macu tina (n = 13) yepes
KOXHMII TVYDKJIeHb IpoTAroM 12 micanis [8]. IlepBuHHOIO KiHI[eBOIO
KpaIKoo 6y/a 3MiHa KOHIleHTpa1ii reMorno6iny B 1o3i 60 OJI / xr
Bif 6a3oBoro piBHs. Uepes 12 MiCsI1IiB cepeHs KOHI[EHTPALlis Te-
MOr7I06iHY 36i/1b1IM/Tacs 3 T04aTKOBOTO piBHA [60 O / KI: + 23,3%;
+2,43 1/ g (p <0,001); 45 O / xr: + 23,8%; +2,44 r / g (p <0,001)],
sIK 1 cepenHe 3HaueHHs TpomboruTiB [60 O/ KT: + 65,9%; +50,9 X
109/ 1 (p = 0,002); 45 O[T / xr: + 66,4%; +40,9 x 109 / n (p = 0,01)].
CepepHiit 06'eM cene3iHKM 3HM3MBCS 3 HOYaTKOBOTO piBH: [60 O]
/ xr: -50,4%, 3 14,0 10 5,8 xparHux HOpManbHUX (MN)) (p = 0,003);
45 O[1 / kr: -39,9%, Bix 14,5 0 9,5 MH (p = 0,009)]. He 6yn0 BusiB-
JIEeHO YKOZHMX CEPIl03HNUX Mo6iYHMX peakuiil. Ha migcrasi mporo
HOCTiIKeHHA JOBefieHo, o Benarmosepasa anbda, AK IpaBuio,
1o6pe mepeHoCUThCs i epeKTBHA [i/Ist ZOPOCIMX Ta [iTell 3 XBO-
poboro ome 1 Tumy. Yci BuMipioBaHi mapaMeTpy AeMOHCTPYBaIn
KJIiHIYHO 3Hayylle MOJiMNIIeHH Yepes 12 micanis.

EdexTusnicts PpepmenTHOI 3amicHoI Tepamii y fiTeit i3 XxBopo-
6010 Tomre 1Tummy Ta 3 TUITY BUSHAYa/IacA Y TPMBAIOMY KOTOPTHOMY
TOCiJI)KEHH], sIKe BK/II0YaJI0 EPCIEKTUBHI Ta PETPOCIIEKTUBHI
kniHivHi gaui [16]. Jocnigauky ouninoBanyu eGekTUBHICTD mi-
KyBaHHA 32 BiKOM i T€éHOM, BUKOPUCTOBYI0YM y3arajabHeHi Jli-
HiiHi sMinraHi Mofeni. Y 1iboMy FOCHiZ>KeHH] 6y1u 3apaxoBaHi
mitu (n = 25, Bikom Bif 1,1 5o 15,6 pokiB) 3 xBopo6oio Tome (14
miteit 3 xBopo6oro Iomre 1 Ty ta 11- 3 xBopo6o lomre 3 Tumy),
SIKi BifiBilyBanM creljiasizoBaHmii TikyBa/JbHUIT EeHTp B AHIJII.
Bzaranmom 24 nmanienra orpumysamu O3T (cepenHsa TpuBamicTh
niKyBaHHS, 5,57 pokiB, gianason Bix 0 go 13,7 pokis). [lirn, Axi
OTpPUMYBa/IM TiKyBaHHs, Ha/laBa/IM [JaHi 10 Ta IIiJi Yac AiKyBaHH,
a IMTHHA, AKa He OTPMMYBaJa IiKyBaHHA, HajlaBa/la aHAMHECTMYHi
masi. KinbkicTb TpoM6OLUTIB, reMOINOOIHY Ta BiCyTHICTD / Ha-
ABHICTb 60710 B KicTKax Oy/1u KIiHIYHMMI ITOKasHMKaMM, obpa-
HMMI JJ14 Biffo6pa>keHHA Iporpecii 3axBopioBaHHA. JOCTITHIKY
BuABMNY, Wo TpuBanicTb P3T Oyna mos'sa3aHa i3 cTaTUCTUYIHO
3HAYYLIMM MTOKPAIeHHAM KinbKocTi TpoMbonnTis (p <0,001), re-
Morobiny (p <0,001) Ta HasiBHicTIO 60711 Y KicTKax (p = 0,02). Bonn

Bifj3HaYa/IM, WO BeIMYMHA BIVIMBY Ha TeMATOJIOTIYHI TapaMeTpu
6yrna 6ib1Ioo y fiteit 3 xBopoboro lomre 3 Tumy, Hix 1 Tumy.

3miHa Tepanii 3 Imiralouepasu Ha Beaaraozepasy aabda.

Pastores Ta inmi (2014) mpoBenyu MyJIbTHLEHTPOBE BiffKpuTe
BUIIPOOYBaHH, sIKe OLiHIOBaNO Oesmnexky Benarmonepasu anbda
y mauienTis 3 xBopob6oto lomre ltumy, siki paHinre He OTpuMyBanu
niKyBaHH:A a60 OTpuUMYyBau TiKyBaHHA IMirmoriepasoro. [lanientn
(ki panime iKyBaHHA He 3aCTOCOBYBA/IM) OTPYMYBaIU BHYTpill-
HbOBeHHY Bernarmonepasy anbda koxHi 2 TiokHi y gosi 60 OfI / xr,
THalieHTy, AKi paHile sacrocoBysamu Imirmonepasy- 15-60 U / kr [7].
PesynbraTu fanux mpo 6esnexy BKIodaay GisuuHMIL OIIAM, MOHI-
TOPUHT KUTTEBO BaXXIMBUX O3HAK, KIIHIYHY 1a00paTOPHY OLIiHKY
(remaTortorig Ta KTiHiYHA XiMis), OL[iHKY aHTUTI/I O aHTK-BeJIarIa-
3epasit anbga Ta MOHiTOpUHT HobiuHNX edekTiB. Beboro Gyro 3apa-
xoBaHoO 211 mauieHT (y ToMy 4mci 6 narieHTiB 6e3 mornepesHbOro
nikysanHs). Cepep 205 paninre 3apeectpopaHyx nauienris 35 (17,1%)
3a3Ha/IM MOOIYHMX peaxilii, AKi BBaXKanucs MOBSI3aHUMU 3 HOCTi-
IXKyBaHUM IpenaparoM. Cepep LecTy Malli€HTiB, 1[0 He OTPUMY-
Ba/IM JIIKYBaHH, OfHA TIOfMHA Maja HobivHi peakuii, IKM BBaXKa-
JIUCSA HOBA3aHMMI 3 JOCIKyBaHUM npenaparoM. Haitmommpeni-
IIMMU cepef| MOOIYHMX peaKiilt 6/ ronoBHuMit 6i/1b, HasodapuHrir,
Hypora Ta BroMa. [1o6i4Hi peakuil, 38513aHi 3 iHQys3i€to, Tpamsimcsa
y 28 (13,3%) 3 211 manieHTiB i 3a3BMYall IPOTATOM MEPUINX TPHOX
indysiit. [le HoBo, HeHelTpai3yio4i aHTH-Be/ar/03epasi anbda-aH-
TUTi/Ia pO3BUBA/INCA IIiJ] Yac IiKyBaHHA y ofHOrO (<1,0%) marjieHTa,
AKUI paHilile OTPUMYBaB QepMEeHTHY 3aMICHY Tepartiio Ta y >KOfHOTO
3 MALIi€HTIB, AIKi He OTPUMYBa/IN JTiKyBaHHA. JJOCiIHMKI TIPUIALIII
J10 BICHOBKY, 1[0 HaBefleHi JaHi MiATBEPKYIOTh 6e31eYHICTh MIiKY-
BaHH;I MallieHTiB 3 XBopo6oo [ome 1 tnny Benarmionepasoro anbda
y mo3i 60 O[I/ kr Baru Ko>kHi 2 TVKHi, fIKi paHillle He OTpUMYBaNIn
(bepMeHTHY 3aMiCHY Tepallilo, TaK [0Ka3atu 6e3MevHICTb epexony
nanieHTiB Bif Imirmonepasu fo Benarnasepasu anb(ba B Tili >Ke [o3i.
BesneunicTb Benmarmasepasu anbda cocTepira€Thcs B UIMPOKOMY
JliarasoHi BiKOBUX IPYII ALIIEHTIB Ta Y3TOMXKYEThCA 3 IIONEPENHIMU
HOCTI>KYBaHHAMI B KOHTPOJIBHUX BUIIPOOYBAHHAX.

BaraTonenTpoBane, Bifkpure JOCIiI>)KEHH, IPOBEJIEHE IIPOTH-
roM 12 micA1iB, BUBYaso 6esneKy Ta eQeKTUBHICTD Be/arioLepasn
anbda y manieHTis 3 xsopoboro loure 1 Tumy, sAKi paHile oTpu-
MyBa/u Tepaiiio IMirmonepaso Ta 3SHaXOMINCA Y CTabiIbHOMY
craHi [9]. Taki manienTtu (n = 40) BikoM >2 pokiB 6ynu nepesefeHi
Ha TiKyBaHH: Benarmonepasoro anbda B 1031, 1110 opiBHIOBaIa X
nonepepHiit fosi Imirmonepasu. Benarnrosepas aan)a BBOJM/IACA
IPOTATOM OfHIE] TORMHY KOXKHI 2 TVDKHI, SIK IIPaBuUIIO, fOOpe Ie-
peHoCKIacs 3 MOsIBOI0 MOOIYHMX peakLiil merkoi abo cepeHbOI
TsDKKOCTI. KoHIleHTpawis reMornobiny, KinbKicT TpoMOOLUTIB
Ta 00'€M Cele3iHKM Ta MeYiHKM 3a/IUIIaBCA CTabiIbHUM IIPOTATOM
12 micanis. JocnifHMKN AN BUCHOBKY, IO OPOCIMM XBOPUM
Ta [iTAM 3 XBOpo6olo Tomre 1 TUITY MOXYTb Oy TH YCIIIIHO IepeBe-
TieHi 3 Tepamii Ha Tepamito Benarmaszepasomno anbda.

EdexTu nepexony Ha Benarmonepasy anbdy y rpymi ropocinx
narienTis 3 xBopoboro lomre 1 Ty, o paHille Maay SHIDKEHHSA
03U K HaC/TiOK )Ie(biuMTy Imirmonepasy, onycaHi B HelaBHbOMY
rokyMeHTi [9]. TpupLATh ABa HallieHTN 3 JBOX BEIMKUX EBPOIIEN-
cpKux lome- HeHTpiB mepeiiuIn Ha TiKyBaHHA Bemarmonepasomn
anbd)a nicns 1 go 8,5 mMicAuiB 3sMeHIeHHA 03K Imirmonepasu. Ile-
pebir BaxIMBUX CUMIITOMIB XBopobu Tomre 6yB fOCTIAXKEHNUI YO-
TVpHU pasu: 3a 1 pik go mediuuTy, He3agoBro Ko AediluUTy, Hepes
HepexofoM Ha Bemarmonepasy anbda i micia sakiH4eHHA OFHOTO
poky nikyBaHHs: Benarmoonepasoro anbda. Lli mapamerpn BKI04amm
KOHIIEHTpallilo reMorn06iHy, Ki/IbKiCTh Tp0M60uMTiB, aKTUBHICTD
xiTporio3uasy y IIa3Mu BCixX Malli€HTiB Ta 00'€M cee3iHKH Ta Iie-
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4iHKY (2 TAaKOX 300pakeHHs QpaKkiii Kupy KicTKOBOro Mo3Ky) y 10
XBOpUX. 3MEHIIEeHH Ki/IbKOCTi TPOMOOLIMTIB B pe3y/bTaTi 3MeH-
LIeHHA Jo3u IMirmonepasu 6y}10 HIBUZKO BiJHOBJ/IEHO M /IiIKyBaHHI
Benarmorepasoro anbda. AKTMBHICTD XiTOTPUO3MA3U 3aTaIOM
3HM3MIIACA ITiC/IA TepeMuKaHHsL. 5 3 10 manieHTiB Many 36i/1bIIeHH s
00'eM meviHKM WoHaliMeHIIe Ha 10% micaA mwecTu MicALiB TiKy-
BaHH# Benarmonepasoro anbda, 1110 6y/10 3BOPOTHIM y TPhOX HaLli-
€eHTiB. BinblicTh marieHTiB oTpuMyBanu ingysio BgoMa i He cro-
CTepiranocsi XXOZHUX MOOIYHMX peak1iil. Bemarmonepasa anbda €
OesnevHo0 Ta eeKTUBHOIO a/IbTEPHATUBOIO J/is1 IMirmonepasn.

Komenmap po6ouoi 2pynu: Taxum uurom, 3a 0aHUMU MiXHAPOO-
HUX MYyTOMUUEHMPOBUX BUNPOOYBAHD 6y710 008€0eH0, uyo Benaznio-
yepasa anva € Oe3nedHum ma epexmMueHUM NPenapamom nepuior
ninit nikysanns xeopobu Fowe 1 muny y dopocnux i dimeil. Beaxca-
EMO,U40 3MIHA 00HO020 npenapamy Ha inuwiuti npu nposedenni P3T e
HeO0OUinbHOI0 Y pasi 0CseHeHHS MepanesmudHUX yineti npu ymosi
a0exe8amHoz0 003y8anHs ma npu eidcymHocmi nobiuHux peaxuit.

B Ypaini cmanom na momuii 2018 pix soden 3 nayienmie 3 XI'
1 muny ne ompumye 3T Benoenoyepasoio anvea.

Komenmap pobouoi epynu: Poboua epyna eeasxae 0ouyinoHum
Hagecmu HO8i, Hew,00a6H0 OnyOniK08ani, Oani 00CriONeHb U000
epexmuerocmi ma GesneuHocmi 3acmMocy8ants maniznoyepasu
y dimeil.

1. Safety and efficacy of two dose levels of taliglucerase alfa in
pediatric patients with Gaucher disease. Ari Zimran, Derlis Emilio
Gonzalez-Rodriguez, Aya Abrahamov at all Blood Cells, Molecules
and Diseases 54 (2015) 9-16

IlopBiriHe crine paHgOMi3oBaHe 6araTOLEHTPOBE JOCTiKEHHS
¢asu 3 y mapanenbHUX Irpynax, IpucBsiYeHe BUBUYEHHIO 3aCTOCY-
BaHH: 2 BapiaHTIiB 03 Ipemapary Tajirmonepasa anbda (30 on/kr
- n=6, a60 60 oxy/kr - n=5) y manieHTiB fUTAYOrO BiKy (Bif 2 Ko <18
POKiB) 3 HiATBepAKeHNM HiarHo30M xBopobu [omure (y Tomy unmcri
TII 3 y OfHOTO Ialli€HTa Ta THII 3¢ y iHIIOro) 3a piBHEM aKTMBHOCTI
NeKOLMTapHOI KUCTIOl B-rmroxosupasu < 30%, AKi paHile He OT-
pumyBanu ¢pepMeHTO3aMICHY Tepamiio 6y/I0 IpoBefieHe Y TPHOX
neHTpax B 3 Kpainax (Ispains, IliBnenHo-Adpukancbka Pecmy-
6rmixa ta Ilaparsaii). locmimxyBaHuit IpemnapaT BBOLWIN LITAXOM
BHYTPIlIHbOBEHHNUX iH €Kil TPUBATICTIO 1-2 TOAMHM Yepe3 KOKHI
2 TVXKHA OPOTATOM 12 MicALIiB. y rpyIIM JIiIKyBaHHA Ta/liImoLepasa
anbda y gosax 30 op/kr abo 60 on/kr. Bei mariienty saBepumm fo-
cripkeHss1. [Tonmysinis JOCTIIKeHH CK/Iaiaach MepeBaskHo 3 0Cih
€BPOIIEOIIHOI pacy, 2 Malli€HTiB 3a MOXO/>KEHHAM MajIy BiTHOLIEHHA
o eBpeiB-alKeHasis. Hanpukinii nepiony nikyBaHHsA TPUBAIICTIO
12 micAniB nanieHTaM, sAKi BijIOBifanmM KpUTepisAM BK/IIOYEHHS,
MPOINIOHYBa/IN B3ATH Y4aCTh Y PO3IIMPEHOMY JOCTiKEHHI.

Ha 12 micani gocnifxeHHs y 060X Ipynax [03yBaHHs TaIir-
nolepasa anbda CrocTepiranoch: cepefuHHI KOHIEHTpaLil re-
Morno6iny 36inpuinnaca Ha 12,2% i 14,2%; iHTepkBapTinbHUI
IialasoH cepefHbOI 3MiHM MPOLEHTHOIO PiBHA FeMOITIOOIHY Bil
II0YaTKOBOTO PiBHA 6ym/[ 20,6 i 10,4, BigTIOBiHO; B CEpEIHbOMY
06’eM cene3inky 3MeHIMBCA 3 22.2 o 14.0 multiples of normal
(MN) i 3 29,4 o 12.9(MN), BifIOBiZHO; cepenHilt 06’eM TmediHKM
smenmuBcs 3 1,8 go 1,5 (MN), ta 3 2,2 go 1,7 (MN); KinbkicTh
TpOM6OLU/ITiB 36inpmmnacy Ha 30,9% i 73,7%; Ta 3HU3UIACH aK-
TUBHICTbD XiTOTpio3ifasu Ha 58,5% i 66,1% BigmoBigHO. Maiike Bci
no6iuHi edexty 6yIM TPaH3ITOPHI IETKOTO Ta OMIPHOTO CTYIIeH,
He IIOB'13aHi 3 MiKyBaHHsM. I1iff 9ac jocmifKeHHs He 6y/I0 1eTanb-
HVX BUIIAZIKiB, 1 )KOJIeH YYaCHMK He OB BUBeIEHNMI 3 JOCI/KEHH
BHacCTifIoK. BucHOBOK JlikyBaHH: Nalli€HTiB AUTAYOTO BiKy Npemna-
paToM Tanirmorepasa anbga mporsarom 12 Micsuis 6yo mos’s3aHe

3 HOKPALleHHAM 32 OCHOBHUMM IIOKa3HMKaMI N1aTONOTiYHMX IIPO-
ABiB xBopo6u l'olrre, BK/TI09a1041t OpraHOMeTaIi0 Ta FeMaTOMOr v i
pos3najy, NOpiBHAHO 3 BUXi/IHUM PiBHEM. 36i1blIeHH 3pOCTY, Baru
Ta KiCTKOBOT'O BiKY TaKO>X CIIOCTEpira/iy IapaaeabHo 3 MOKPalleH-
HSM 3a IOB’I3aHVMMU 3 3aXBOPIOBAaHHIM OiOMapKepaMu — aKTUB-
HicTio XiToTprosuaasu tra CCL18. Ilicna 12 micAnis nikyBaHHA Ta-
nirmonepasa anbda AKICTb )KUTTA 060X AiTeit, a TaKoX ix 6aTbKis/
OmiKyHiB, 3pocna. [Ipodins 6e3meku Tamirnonepasa anbda mpu
3aCTOCYBaHHI JI/If TKyBaHHA [{iTell y3rOJ KyBaBCs 3 IIOIEPeIHIMU
nanuMyu mwopo s3acrocysanHsa EJIEJIICO y kniHIYHMX BOCTifI>KeH-
HAX 32 Y4acTIO JOPOC/IMX MTAaLli€HTiB. B paMKax 1[boro Bocmifi>keHHs
He Oy/10 BUsIBIEHO HOBMX BiZJOMOCTeI1 I1{0fj0 Ge3Iexy mpemnapara.

2. A Phase 3, multicenter, open-label, switchover trial to assess
the safety and efficacy of taliglucerase alfa, a plant cell-expressed
recombinant human glucocerebrosidase, in adult and pediatric
patients with Gaucher disease previously treated with imiglucerase.
Gregory M. Pastores, Milan Petakov, Pilar Giraldo at all. Blood Cells,
Molecules and Diseases 53 (2014) 253-260

dasa 3, 6araToleHTPOBE, BBIIKPUTE, 9-MiCAIHE TOCTIIKEHHS
oniHKM 6Ge3mexy Ta eeKTUBHOCTI epeXoAy Ha Talirmolepasy
anbga y [OpoCIMX Ta efiaTpuyHuX XxBopux 3 XI, AKi oTpuMyBamm
iMirmronepasy IpMHaiMHi B OCTaHHi 2 POKH.

11 LeHTpiB MpOBeJeHH JOCTifXKeHH B 9 KpaiHax (ABcTpais,
Kanaza, Himeuunna, I3pains, Cep6is, Icranis, Benmnkobpuranis,
CIIA ra CiHramyp) 3 3aJy4eHHAM 26 JOpOCIuX Ta 5 fgiTeit. [Ju-
TA4Ya MOMY/NALiA: 4 HalieHTN HaJleXXalu 10 €BPOIEOifHOI pacy,
Ile OfMH IOXO[UB 3 a3iaTCbKO-TUXO0OKeaHChbKOro periony. Cepep-
Hill Bik yYacHMKiB craHOBMB 13 pik (miamasoH Bif 6 Ko 16 pokis).
ChiBBifIHOLIIEHH YYaCHUKIB Y0/I0Bi40i Ta XiHOUYOI cTaTi CK/Iafiano
3:2, 1 3 manieHTN Manu HeeBpelicbKe noxomxeHHA. CepeHA fo3a
Tajirmonepasa anbda cknagana 42,0 On/xr (gianason 26-60 of/Kr).

IToyatkoBa B/B jo3a Tamirmonepasy anbda, Ky BBOAMIN Ma-
ieHTaM, 6y/Ia exBiBa/JeHTHa [031 iMirmioliepasi, Ky OTpUMYyBaB
uent naniedT. [Toganplie 36i/IblIeHHS [O3K Talirnonepasa aan)a
10 MaKCUMYMY Y 60 OfI/KI JO3BO/IANIOCH B CUTYallisX, KON Y Ia-
IieHTa Majo Miclie oripieHHs nepebiry xsopo6u lome Bifmo-
BiJIHO [JO BU3HAYEHMX Y IPOTOKOJI KpuTepiiB. BHyTpilinboBeHHI
BBEJIEHHA NOCTiZKyBaHOTO IIpeNnapary NpoBOAMUINCh OLUH pa3
Ha IBa TVDKHI IpoTAToM 9 MicALiB. Y AKOCTi KOHTPO/IbHUX JaHUX
IJ1S1 IbOTO JNOCTifI>KEHHA BUCTYNA€E NONEPeHil KIiHIYHUII CTaH
HallieHTa Iifl Yac IiKyBaHHA iMirmonepasorn. Hanpukinni nepiogy
NiKyBaHHA TPUBANICTIO 9 MicALiB MallieHTaM, AKi BifinoBifanu
KPUTEPisAM BK/IIOYEHH A, IPONOHYBAIN B3ATH y4acTb y pO3LINpe-
HOMY fiocnif>keHHi. Hanpukinni 9 micAna nikyBaHHA TasirmoLe-
pasomn aan)a CTaH BCiX 5 fjiTe 3anuIaBca KIiHIYHO cTabiIbHUM,
piBHI reMOr7I00iHy Ta TPOMOOLUTIB HAIPUKIHII ZOCTIKEeHHA
He BUXOM/IN 3a MeXi flialla30HiB ouikyBaHuX 3HaueHb. CepenHi
00’eM cele3iHKM Bifj BUXiZHOTO PiBHS O 9 MicALsI 3MEHIINBCS
(1K y%, TaK i y uncnoBux sHayeHHs:X). CepefHiil 06’ €M IediHKY Bif
BUXIJTHOTO piBHA 10 9 MicAL 3611b1nBCsA Ha 2,4%, ajle Ipy Bupa-
JKEHHI Y YMCTIOBMX 3HAYEHHAX 00'€M ITeYiHKM 3MeHIIMBCs Ha 4,0%.
IIfo cTocyeTbcsA faHUX PO AKTUBHICTH 6ioMapkepis, To micig 9
MicALiB JIiIKyBaHHA TaJliITI0OLepasa anb(ba Y O[JHOTO Ialji€eHTa MaJIo
Micle 3HYOKeHHA Ha >40%, a y 1BOX iHIINX — 3HVDKEHHA Ha >20%
BiJl BUXi/JHOTO piBHA 3a IOKa3HMKOM aKTMBHOCTI XiTOTpMO3N/a3H,
BOJIHOYAC Y Ije 2 MaljieHTiB crocTepiranoch >100% 36inbuieHHs
aKTUBHOCTI 11boro pepmeHTa. CepeHE MiABUIEHHS aKTUBHOCTI
XiTOTpMo3Nasy Bifi BUXiTHOTO PiBHA CIIOCTEPIraaoch Mif 9ac KOX-
HOI MPOMIXKXHOI OLIiHKM, AAKi TpoBOAMINCH KOXHi 3 micani. Ilicna
9 MicaAuiB MiKyBaHHA Tanlirmolepasa anbda y Tpbox Halli€HTiB
crnocrepirany 3HmkeHHA akTuBHOCTI CCL18 Bif BUXigHOTO piBHA,
y OIHOTO 3 IIMX Malli€eHTiB 3HMO>KEHHA aKTUBHOCTI cATano >40%.




Y IBOX Nalli€HTiB, y AKUX CIIOCTEpiranmu 30i/IbLIIEHHA aKTUBHOCTI
xiTorpuosugasu >100%, TaKoX CIocTepiranu i 30i/IbIIeHH aKTUB-
Hocti CCL18 Ha >100% Bif BuXifHOTO piBHA. 3pOCTaHHA IOKA3HMU-
KiB aKTMBHOCTi 6i0MapKepiB Y LIMX IBOX MAlli€HTiB He BIIMBAJIO
Ha IapaMeTpJ KIiHIYHOTO HOTipiueHH:A Iepebiry 3aXBOPIOBaHHA.
Y 4 35 nanienTiB BUHUKIIO 9 Heba)KaHMX sIBUIL, BCI Lji siBUILA Oy/1n
7erkoi abo MOMipHOI iHTEHCMBHOCTI Ta He 6y IIOBA3aHI 3 [OCII-
IXYBaHMM JiKyBaHHAM. BinbIn Toro, XORHe 3 UX Heba>KaHUX
SABUIL He OY/IO CepIlO3HUM, i )KOfleH yYaCHUK He 6YB BUBeNeHUI
3 OC/TiJKeHHs BHACTINOK HebakaHux aBuil. BucHosku. CraH Bcix
5 DALi€EHTIB JUTAYOrO BiKy 34 OCHOBHUMU IapaMeTPaMI 3aXBO-
PIOBaHHS 3a/IMIIABCA KIIHIYHO CTabiIbHUM MIC/Is HepeBeseHHs
3 iMirmonepasyu Ta OTPMMAaHHA KypPCy JiKyBaHHA Tajirnonepasa
anbda mpoTsaroM 9 micsnis. 30Kpema, micst 9 MicALIB TiKyBaHHS
Tajlirmonepasa anbda 06’eMu oOpraHiB Ta mapaMeTpyu KpOBi 3a/1u-
IIa/IICh CTabiIbHUMIU. Y LUX HaljieHTiB-fiTeil mic/s nepeBefeHH s
3 imMir/ioriepasu Ha Tajirmolepasa anbga He 6y/10 BIUABICHO 03HAK
3pOCTaHH PU3UKIB 3 TOUKY 30PY Oe3HmeKI.

3. Besnexa ma epexmusnicmv ELELYSO® (taliglucerase
anva) ona in'exyiii y nediampuunux xeopux 3 muny 1 I'owe
8 00620CMPOKOBULL pe3ynomam 00CnidHeHHS, npedcmasie-
Ho2o0 Ha WORLDSymposium 2015. http://www.pfizer.com/news/
press-release/press-release-detail/safety_and_efficacy_of _elelyso_
taliglucerase_alfa_for_injection_in_pediatric_patients_with_
type_1_gaucher_disease_in_long term_outcome_study_presented_
at_the_worldsymposium_2015

Ile pocmif>KeHHs, O TPUBAE, OYIO CTBOpEeHe TAKUM YMHOM,
06 MPOBeCTN PO3IIMPEHY OLIHKY 6e3Iek Ta epeKTUBHOCTI 3a-
crocysannaA EJIEJIICO y nauieHTiB fUTAYOrO BiKY, AKi oTpuMany
HOBHMII Kypc IiKyBaHHA B paMKax fociaimxerb PB-06-002 a6o
PB-06-005. I[TanieaTt B paMKax IIOTOYHOTO JOCTi/[)KEHHS TPOJOB-
XyI0Tb oTpuMyBari B/B in¢ysii EJIEJIICO ofuH pas Ha ABa TYOKHI
B TUX CaMUX 033X, 110 /1 y BUXifHOMY focnifxenHi. [fo niany fo-
crifpkeHHA Y GopMi fofaTKy 6y/10 BIpoBaKeHO 3a6ip 3paskiB i
oriHKM papMaKoKiHeTUKM. Pe3ynprary oniHKy papMakoKiHETUKN
npemnapara y Hali€HTiB, AKi OTPUMYBaIM JOBIOCTPOKOBE JIiKy-
BaHH:A EJIEJIICO (nporsarom monaiimeHme 10 MicAnis), HaBegeHi
HIDKYe. Y posIInpeHe [OCTiKeHH 6Y/I0 BKII0YeHO 15 manieHTiB
AUTAYOTO BiKY, 3paskiu Kposi g ananisy OK 6ynu orpumani y 11
3 15 yuacHuKIB. ¥ 4 manieHTiB 3pasku KpoBi He 6pasiu, OCKiNIbKY
HOJATOK O MPOTOKONY LIofo 3ab0py 3paskis ans aHanisy OK
He OyB yxBanennit KoMiciero 3 KOHTpOIIO 3a 06iroM niKapchbKux
3aco6iB IliBgenHo-Adpuxancpkoi Pecny6nikm (3 mamieHTn),
y e ogHoMy Bumanky (CiHramyp) 6aTbky narieHTa BiJMOBIIINCD
nipnucyBatu iHpopMoBaHy 3rofy. 3pasku oTpUMyBanyu depes 0
(mo mouarky inysii), 45, 70, 110, 125, 135, 150, 175, 200 ta 225
XBMIMH NiC/IA MOYaTKy iHdysii. KoHuenTpanito Tanirmonepasu
anbda y m1asMi KpoBi BUSHaYa/IN 3a JOMOMOTOIO 3aTBEP)KEHOTO
METORY e/leKTpoxeMinoMiHectieHTHOTo ananisy (EXJI). Jawi mono
1 manienTa 6ynu BuydeHi 3 aHasisy ¢papMaKkoKiHETUKM, OCKITbKI
Ial{ieHTy BUIIOBHMUIOCH 18 pOKiB o iHst 3a60py 3paskis st PK-a-
HaniziB. Bik 10 mauieHriB, faHi AKUX 6y/I0 BK/IIOYEHO Y aHAII3
@K, xonusaBcs Bif 4 0 17 pokiB, ciBBiJHOLIEHHA XJIONYUKIB
mo fiB4aToK cKmagano 7:3. TpuBamicTh 6araToKpaTHOrO HO3YBaHHA
KonuBanach Biff 10 go 27 micAnis. IicTp 3 10 manienTiB oTpuMy-
Banu npubmusHo 30 Opn/kr (piamasoH Bix 20 go 35 op/kr), iHIui 4
orpumyBau npubnmsHo 60 op/kr (piamasox Bif 48 no 60 Op/kr).
Y Bcix 3paskax, OTpMMaHMX {0 BUKOHAHH iH]Y3iil, KOHI[eHTpaLil
Oy/IM HYDKYMMI 32 ME)XY Ki/IbKiCHOTO BM3HAYeHH. Y KOXEH MO-
MEHT Yacy OTPMMAaHH: 3pasKa IiC/1A BUKOHAHHA iHOY3ii cepenHi
KOHIIeHTpalil Tairmonepasu anbga y rpymi fo3ysannsa 60 Op/kr
Oynu BumyMu, HX y rpymi 30 Op/kr. CepenHi Ta MefiaHHi 3Ha-

yeHHA Cmax, AUCO-tta AUCO0-c p1s rpynu gosysaHHs 60 On/
KT TaKOX Oymy BULMMM, HDK fst rpynu 30 Op/kr. 3i spocTaHHAM
mo3u Cmax 3pocTaB y 1,9 pasis: Bif 1084 no 2044 Hr/M1; cepeiHe
3HaueHHs1 AUCO-t 36inb1m10Ch y 2,2pasiu, Bif 1336 1o 2947 ureron/
MIL, a cepefiHe 3HaueHH AUCO-oo 301/IbIINIIOCDH y 2,2 pasu, Bip 1349
1o 2962 Hrerop/min. Pesynpratu g Cmax, AUCO-t ta AUCO-o0
mic/1a HopMastizaLii 3a 103010, BUPaXKeHOIO Y OfI/KT ab0 MI/KT, BKa-
3yI0Tb Ha JIiHilHY 3a/Ie)HICTb IMX NOKa3HMKIB Bif no3u. CepepHi
Ta MefiaHHi 3HaYeHHs st Tmax, Ke ta T% 6y ogHaKOBUMM A1
060x rpyn fo3yBanHs1. Menianne T% fopisaioBano 31,9 xBunnHam
(miamasoH Big 12,9 mo 56,8 xBwuH) npu gosi 30 On/kr ta 32,5 XBU-
nuH (fiamasoH Bif 18,0 no 42,9 xBunuH) npu posi 60 Op/kr. [Ticna
HOpMai3alii 3a Baroo OKa3HIKY K/IipeHCy Ta 06°eMy po3Hofiny
I/ rpyn gosyBaHHA 30 Ta 60 Op/Kr 6yn1u HORIOHNMM, 110 BKA3ye
Ha JTiHIJHWIT XapakTep GapMaKOKiHeTHKM IIpermapara.

Komenmap po6ouoi epynu: Ha 6asi Lienmpy opdpannux 3axeo-
prosanv Hayionanvroi dumsauoi cneyianizoearnoi nikapi «OXMA-
TIONUT» cmeopero 6a3y 0anux nayienmis 3 xeopoboio I'owe, sxa
Hapaxosye 64 ocobu (25 dimeti ma 39 dopocnux nayicumis). Y Hux
scmanosneno: mun I - 23 dimetl, 38 - dopocnuii; mun II - 6yno
diaenocmosano y 3 Oimetl, yci nomepau y pannvomy eiyi; mun I11-2
dimeii, 1- dopocauti. 3a2anvHO0ePHABHO0 PeecmpPy HA MOMEHIN
nepeznsioy HACMAHOBY He iCHYE.

JIikyBaHH S TOCTPOrO KiCTKOBOT'O KPU3Y

KicTkoBi Kpu3u MOXYTb COPUYMHATY CUTbHUIL Oib, AKUI
TPUBAE MPOTATOM AEKiTbKOX TVIKHIB Ta 4aCTO € CTiIKUM [0 Aii
iHT€HCMBHOI Tepalii HAPKOTMYHUMU ITpenapaTaMiu. JJiarHo3 BcTa-
HOBJIIOETHCS Ha 0CHOBI anux MPT [16] a6o ckaHyBaHHS KiCTOK
3 TexHelieM [41]. 3acTocyBaHHA BUCOKUX JI03 IIEPOPAIbHOTO NIPe-
Hi30710HY 1 I/M2 IPOTATOM [JBOX JHIB 3 IOJA/IbIINM IIPU3HAYEHHAM
MEHIINX JI03 [[bOTO MpeapaTy LO3BOJISE HOIETINTH 6inb MpoTsA-
TOM JIeKi/NIbKOX TOAMH [14]; Taka Tepamisa He Ma€ JOBIOCTPOKOBUX
nobiynux edexris [16]. Hectepoinni mpoTnsamanbHi mpenaparu
MO>KHA [IpU3HAYaTH [/Is1 TiKyBaHHs Hecnenudivnoro 6omwo. ITif
94ac rOCTPOTO KPpM3y PEHTreHOrpaMy 3a3BIUUail € HeiHpopMaTHB-
HIUMI, aJle Yepe3 JeKiNbKa TVDKHIB Ha HUX MOXXYTb CIIOCTEpiraTucs
nepiocranbHi peaknii [14].

Komenmap pobouoi epynu: B 363Ky 3 6idcymuicmio pecypcis
CKAHYBAHHA KiCMOK 3 mexHeuiem 8 Ykpaini He 30ilicHI0EMbCAL.

JlikyBaHHS MaLli€HTiB 3 HEMPOMATUYHOK0 (OPMOI0 3aXBOPIO-

BaHHA

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 February 2009):
«HeitpoxomatiyHi» Gpopmy € HaltOiIbII pifKiCHUMY BapiaHTaMu
xBopo6u T'ome (XT), 3riffHO 3 OLiHKaMM IXHS 4aCTOTA CTAHOBUTD <
1 Ha 100 000 >xMBYX HapomKeHUX HeMOBNAT [3]. Heltponomatuysi
¢dopmu, nogi6bHo o iHmmx BapianTiB XI, € maHeTHIYHMMH, X04a
0CO6/IMBO BYCOKY MOMNMPEHICTh ypaXkeHHA HEPBOBOI CUCTEMM
cepep manienTis 3 XI' 6y/0 sagokymeHToBaHo B IliBuiunii [lIBerii
[9], B ITonbui [23] Ta cepen apabebkoi monysanii Jxaniny [1].
IIpy BemeHHi mallieHTIB 3 HEMIPOHOIATMYHOI XBOpoboo Tore
(HXT) BuHUKaI0Th 3Ha4Hi TpysHOL. OCO6/M1MBO HEACHOIO 3a/IM1Ia-
€TbCA ponb PepMeHTO3amicHoi Tepamii (P3T). Y 2001 powi €Bpo-
e ICbKOI0 PO6OYOI0 IPYIIO0 3 BiBYeHH:A XBopobu [ome (EWGGD)
6yna cpopmopana Crielia/ibHa IpyIia 3 BUBYEHH: HeJlPOHOIATIY-
Hoi popmu xBopob6u Torre, MeToI0 5IKOI 6y/a po3po6Ka peKOMeH-
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mauiit 3 BenenHs nauientis 3 HXT. Bignosigui pekomenpauii 6ynn
po3pobieHi Ta onybikoBaHi, a HasgBHI IpobaeMy OyIu onycaHi
pasimre [25].

3 4acoM CTaj0 3po3yMino, 110 NOTPiOHO MeperIAHyTH faHi,
oTpuMaHi B €BpOIi Ta B iHIINX YaCTUHAX CBITY, i y BUTIAJKY He-
06xigHOCTI OHOBUTH pekoMeHAauii. B pesybraTi mitepaTypHOro
HOIIYKY 6Y/I0 BUSIB/IEHO TPU JOCTi>KEHHs, TpoBefeHi Bif 2001
POKYy, B paMKkax Akux BuB4asca edext ®3T Ha mporpecyBaHHA
HeBPOJIOT{YHYX IPOsBiB 3axBopioBaHHA. Crelia/bHIIT aK1[eHT OyB
3pobnennit Ha epextuBHicTh P3T y BUCOKOMY 103yBaHHI CTOCOBHO
IpOrpecyBaHH:A HeBPOJIOTiYHMX NPOABiB 3aXBOpIOBaHHA. Sk mpa-
BUJIO, «BYCOKMM J03yBaHHAM» IIPUITHATO BBaXKaTH J03yBaHHA 120
ONMHULB/KT a60 Oi/blle KOXKHI 2 THXKHi.

Goker-Alpan 3 xonmeramu poBenu JOCTIAKeHH, B AKe 6yTI0
BKJ/IIOYEHO 32 MAlli€HTH, 3a pe3y/IbTaTaMI AKOro He 6y/I0 BifsHa-
4eHOo 6yab-saxoro epexty P3T Ha IporpecyBaHH: HeBPOTOTIYHNX
IIPOABiB 3aXBOPIOBaHHA. IIpoTe, Ti/IbKM IBa MALliEHT OTPUMYBa/II
Tepamniio B go3yBaHHi 120 oguHub/Kr Ha 2 TiokHi [13]. Erikson
3 KojleraMM HOBifloMunu po pesynbratu 3acrocyBanHsa O3T y 8
nanientis 3 Hop6orrena [11]. YKopeH 3 ux mauieHTiB He OTpuUMYy-
BaB O3T y BCOKOMY JI03yBaHHi.

Davies 3 koneramMmu oBiJoMIUIN IPO PE3Y/IbTATU CIIOCTEPEXKEHH A
3a 55 manienTamu B €pormi. BimbinicTs nanienTis 6ym roMo3uror-
HUMU TOMOSUTOTHIUMU 3 MyTallielo reHa L444P. Bci Bonu oTpumy-
Banu O3T. Tum He MeHLlIe, TPU IIbOMY Bifj3Ha4anach CyTTEBA Bapi-
abenbHicTb B go3yBaHHi ®3T, a TaKOXX HepiBHOMIPHMIT PO3IOAIN
dakropiB pusuxy. Tak, HajicTapIui nanieHTH OTPUMYBaIU TePaIiio
B HaJlHVDKYOMY JO3YBaHHI i y leKi/IbKOX allieHTiB Oy/a mpoBe/ieHa
TOTa/IbHA CIVIEHEKTOMIif, B TOM 4acC AK CepeJ; HaliMOMTOAIIMX Malfi-
€HTIB BiJI3Haya/Iach BICOKA YaCTKa IeTePO3UTOTHOCTI, BOHU OTPHU-
MYBaJIi TEPAIiI0 Y BUCOKOMY [JO3yBaHHi i y iy>Ke Majiol Ki/IbKOCTi
Oyna nmpoBefeHa cieHekToMiA. Taka reTepOreHHICTb 3HAYHOIO
Mipolo yTpy#HIOBana aHais. TuM He MeHIlle, TPOBefleHHA AeAKUX
obcTexxeHdb 6yn0 MoxuByuM. CTaH y CTaplIMX HALi€HTIB 3a/1u-
IIABCs BITHOCHO CTabi/IbHMM, HE3BaXKal0uy Ha TpaguLiiiiHe Z03y-
BaHHA P3T (60 opuHMIb/KT Ha 2 TVOKHI). K mpaBuo, y crapmmx/
[OPOC/IMX MALli€HTiB 3aXBOPIOBAHHA OYy/I0 JIeTKUM, YUM MO>KHA
HOSICHUTH JAaHMI «CTabinpHmi» cratyc [22]. B Monogmmx manies-
TiB He BifsHayanoch uyitkoro edexry O3T y BucokoMy f03yBaHHI

Ha HeBPOJIOTiYHi HAaC/IiIK! 3aXBOpOBaHHA. TUM He MeHIlle, IIepiof,
CIIOCTEpeXXeHH Y 6ararbox MarieHTis 6yB 3aHaTO KOPOTKMM, I1j06
TO3BOJITY 3pOOITH HajIe>KHi BUCHOBKH [6].

Ha migcraBi JOCTYIHUX JaHKMX BUCHOBOK /IS AaHOI rpynu 6yB
3po06IeHnit TaKMM, 10 HEMAa€ TOKa30BUX AAHUX, sKi 6 cBigumnin
1po te, o 3T y Bucokomy F03yBaHHI 3ar06irae abo CroBiIbHIOE
IPOrpecyBaHH: HEBPONOTIYHUX IPOSABIB 3aXBOPIOBAHHA B LIMX I1a-
1i€HTiB. Y 3B’I3KY 3 LM peKOMeHAaLii cTocoBHO fo3yBaHHs O3T
HOBVHHI 6yTH Heper/saHyTi. Pa30M 3 THM Ije MOITIO 6 CTaTu TaKOX
FapHOI0 MOXX/IMBICTIO IePer/AHYTH i, y BUIAIKy HeOOXiTHOCTI,
OHOBUTMU iHIIIi peKOMeH/Jjaliii, 10 CTOCYIOThCS BeJJeHH Malli€HTiB.

B tabnuui 3 npepcraBieHe KepiBHUIITBO 3 PEKOMEHJOBAHOTO
nikysanus HXT, pospo6bnene CrerianbHoo rpynoo. Boxu 6ymn
po3pobieHi Ha MificTaBi HACTYTHNUX JOKA30BYX JAHUX:

o [Ipn XI, Ak He HeJIpOHONATHYHI, TaK i HEPOHONATUYHIN
dopmi, 3T npomeMoHcTpyBaa BigMiHHMIT TPodinb Ge3meKn.

o I[cHyOTH 4iTKi JOKa30Bi faHi, sIKi CBIAYaTh PO Te, IO y 6i/b-
mocrti nanienTis ®3T crpuse nonermeHHI0 CUCTeMHUX IPOABiB
3aXBOPIOBAHHA (TaKMX K HOPYIIEHHS CTPYKTYpU CKeJleTa, Bic-
LiepoMerais, BifXWIeHH Bifj HOpMH 3 60Ky cUCTeMM KPOBi) Ipu
He HellpOHOIATUYHIiT popMi 3aXBOPIOBAHHS, @ TAKOXK ITPU XPOHIY-
Hiit HXI, nokpauyxoun npu [boMy AKiCTb XUTTS.

« PasoMm 3 TM HeMae OKa30BUX JaHUX, AKi CBig4mIn 6 mpo
te, o ®3T npusBoanTh O perpecii, crabinisarii abo croBinb-
HEHH:A IPOrpecyBaHHA HEBPOIOTiYHMX MOPYLIEHb.

« ¥V manjieHTis 3i BcraHoBeHowo rocrpoo Gopmoro HXT edexr
®3T Ha mporpecyiode moripueHHs nepebiry 3axBopoBaHHS €
He3HaYHMM. BoHa TiNbKM HPU3BOJAUTH O MOJOBXEHHS 60mi0
Ta CTpakpaHHA [4;8;10;20].

o IcHyIOTD moKa30Bi maHi [9;17], mo npu xponiuniin HXI To-
TajIbHa CIVIEHEKTOMiA aCOL[II0ETDHCA 3 Mi/IBULIEHHAM CTYIIEHA BaXK-
KOCTIi 3aXBOPIOBaHHS Ta 301/IbIIIEHH M PiBHS MPOTrpecyBaHHs He-
BPOJIOTiYHMX HOPYILIEHb Ta YpaskeHb KicToOK [9] i/abo pusukoM Bu-
HUKHEeHHs iHeK1il Ta MOXK/TVMBUM 3HIDKEHH M Bifnosiai na ®3T
[5]. Y 383Ky 3 MM TOTA/IbHY CIIJIEHEKTOMIIO ITIOTPIOHO YHUKATH,
HACKi/IbKM 11e MOX/IMBO. TUM He MeHIIle, B TOOAMHOKNX BUIIATKAX
BOHa MOKe OYTY HeOOXi/JHOI 3 METOI MOKpaleHHs BifmoBiji
Ha Tepamniio [16]. B Taxiit cutyanii Mu peKoMeH/IyeMO ITpOBefieHH A
YACTKOBOI CII/IEHEKTOMI1 3aMiCTh TOTA/IbHOI CIITIEHEKTOMIT [2].

Ta6nuus 3. KepieHMLUTBO 3 peKOMEHA0BAHOIO NiKyBAHHS

* Ha panuit vyac nikyanHsm subopy € bepmentosamicHa tepanis (P3T) makpodaro-HauineHow pekoMbiHaHTHOIO NloAckKolo FlokoLepebposuaasoio (npe-
napar Llepe3nm supobuuurea komnanii «dxensanm Kopnopenwny», Kem6puax, wrar Maccauycere, CLUA).

* Y pitei 3 xpoHiuHoto popmoto HerpoHonaTuyHoi xeopobu lowe (HXI) P3T nosuHHa ByTH po3noyata sKHAMLWBKMALLE NICAS BCTAHOBNEHHS AiArHO3Y y cTap-
TOBOMY RO3yBaHHI 60 0f/Kr MACH TiNa KOXHI 2 TUXHI.

* Yac sig yacy Moxe BUHMKATM HEOBXIAHICTb y NiABULLEHHI O3YBAHHS 3 METOIO KOHTPONIO BiCLEPANbHUX NPOSBIB XBOPO6M, HANPUKIAA, NPU NPOTPECYBAHHI
renaTocnaeHoMerasnii, 3arocTpeHHi 3aXBOPIOBAHHS NereHb abo NPy HASBHOCTI CUCTEMHUX CUMNTOMIB HESICHOTO FeHe3y, TAKMX K 3aranbHe He3ayXaHHs abo
NiABMILEHA APATIBAMBICTD, WO CYNPOBOAXYIOTLCS 3HAYYLUMMM 3MIHOMM PiBHIB BioMapKepiB, 30KkpeMa XiToTpio3naasu. Pazom 3 TMM BO3yBAHHS HE NOBMHHO
6y 1 Hukunm 60 oa/Kr Ha 2 THXHI.

* Y popocnux nauientis gosyeanHs 30-60 oa/kr Ha 2 TUXHI NOBUHHO BYTH BOCTATHIM, OCKiNbKM NPU TAKOMY AO3YBAHHI Byno npoaeMoHCTpoBaHo crabinb-
HIiCTb CTAHY BHYTPILUHIX OPraHiB.

* ®3T He Moxe byTH peKOMEHAOBAHA ANs nauieHTiB 3 rocTpoto popmoto HXT. JlikyBaHHs TaKMX AiTeN MOBUHHO BYTH TAKMM, K NPU BAXKOMY, LUBUAKO
nporpecyio4oMy HeBpONOriYHOMY 30XBOPIOBAHHI Y HEMOBNAST Ta AiTeM PAHHbLOrO BiKy. KpiM Toro, BianoBifHUM Y4HOM NOBMHHI NiKYBATUCH MOPYLUEHHS, NPK-
TAMAHHI ANS YPAXEHHs CTOBBYPA rooBHOro MO3Ky, 30KpeMd BaXKMM NAPMHIOCNA3M, NopyLieHHs GyHKLii KOBTOHHS T4 AMXAHHS. Mu ycBigomnioemo, wo

Lie € BOX/IMBMM NUTAHHSM, IPOTE AETANbHMM ONMC AAHOTO NIKYBAHHS He OXONMIOETLCS Li€lo cTatTeto. Mpu «npomixHin» dopmi [13] nikysaHHs MoxHa eunpo-
60ByBATH, SKLLO HEMAE HITKMX AAHUX NPO Te, LLO L € WBMAKO NPOrpecytoye HEBPONOriYHe 3aXBOPIOBAHHS. TUM HE MeHLUE, SIK TifIbKM 3'BNSIOTbCS BIANOBIAHI
AOKA30Bi AAHI, TAKE NiKYBAHHS NOTPIGHO NPUNUHUTH.

* JlikyBaHHS OPOCAMX NALIEHTIB TAKOX € KPUTMYHMM. Y TAKMX NALIEHTIB BiA3HOYAETLCS TEHAEHLLS HE TiNbKM A0 3HAYYLLOrO YPAXEHHS BHYTPILUHIX OPraHis,
a TAKOX 10 BUHUKHEHHS NpobneM, aCoLiHOBAHUX 3 XPOHIYHOIO MPOrPECUBHOI HEBPONOTiYHOW AUCPYHKUED. TUM He MEHILE, AaHA TEMA, X0 | € BAXAUBOIO,
ane 3HOBY X TAKM He OXOMNIOETLCS L€ CTATTEN.

* CnneHeKTOMIs € NPOTMNOKA3AHOI, 30 BUHATKOM HEBIAKNAAHUX CTAHIB, HANPUKNQA, NPU PO3PHBI cenesiHku abo BaxKii TpoMboLMTONEHIi, WO BUMArae
TpaHcdysii TpoMbounTapHOi Mack abo Moxe NPM3BECTH A0 3ArPO3NMBOI ANS KUTTS BHY TPIlLHbOI KpOBOTeYi. B TakMx BUNagkax noTpibHO po3rnsHy T MOXnH-
BiCTb NPOBEAEHHS YOCTKOBOI, O HE TOTANbHOI, cnneHekToMii. Bci Taki navieHTH noBMHHI OTPUMYBATH TAKE NiKYBAHHS, ke BOHM 6 OTPMMYBQNM Nicns TOTANBHOI
CNNeHEeKTOMIi, HANPMKNAA, BBEAEHHS BOKLMHM AN NpodinakTMKM NHEBMOKOKOBOI iHpeKuii, npodinakTuyHe 3acTocyBaHHs neHiuuniny. CnnenekTomis 36inb-
LWeHoi, ane GyHKLIOHANLHO HECIPOMOXHOI CenesiHkM NoKA3aHA y PiAKICHUX BUNAAKAX, KONU CUCTEMHE 30XBOPIOBAHHS He Bignoeigae Ha P3Ty eucokomy
AO3YBAHHI TA KON BCi iHWIi MOXAMBI NpUuMHM peaucTeHTHocTi o DP3T BukoUeHi.




Komenmap po6ouoi epynu: B Ypaini 3 1996 no 2018 pp diazroc-
mosano 7 nauienmie 3 netiporonamuunor gopmorw XI. 3 nux 3 -
NAYIERMU 3 20CMPUM HelipoHONAMU4HUM munom ma 4 nayienmu
3 xponiunum munom XI. Ceped yux nayienmie iomiueno pamano-
Huti nepebie 3axeopiosanusa y XI' 2 muny, dimu nomepnu y 8iyi 8io
1,2mic 00 2poxis. @3T xeopum 3 XTI 2 muny ne noxasaua. [ayienmu
3 XT 3 muny ompumysanu O3T y eucoxux dosax: 60-120 Ol/xe macu
mina. Takum YuHOM, HAW cNOCMepereHHs He 8i0Mianu 6naAUsYy
D3T Ha Hespono2iuHi CUMNIMOMU 3AXB0PIOBAHHS Y NAUIEHMIE 3 Hell-
ponamuurotw gopmoro. Ane mano micue cmabini3auis comamuuHux
npossis 3axX60PH0EAHHS.

LLiAi Tepanii Ta crabiAizauis B ymoBax AikyBaHHS:

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

XBopoba lonre mif yac nikyBaHHA Ma€e Zo6pe ommycaHi Tepate-
BTMYHI 1Ii/i BiiTIOBiJHO /10 Ki/IbKOX KEPiBHMUIITB.

Bynu posrnsanyrTi pisHi KepiBHULITBA, SKi CTa/lX OCHOBOIO Tepa-
MEeBTUYHUX I[i/el, onucanux Hiok4de. (JJuBuch gomartok 4; 5)

MOHITOPHHT NPOTPECYBAHHS 3AXBOPHIBAHHY TA
EMEKTHBHOCTI NIKYBAHHA

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

B omaTky 2 nmpefcTaBieHi peKOMeH/J0BaHi MOYaTKOBi Ta KOH-
TPO/bHI METOAY HOCTi[I)KEHHA Ialli€HTIB, 1[0 OTPUMYIOTD Ta He OT-
PUMYIOTD 1iKyBaHHS.

MOHITOpPUHT [iTeit, 110 MAIOTh CUMITOMY 3aXBOPIOBAHHSA

Ha MoMeHT noCTaHOBKM [jiarHO3y Ta B IOJA/IbIIOMY KOXHi 6
Mics1iB HeoOXiHO BUKOHYBATV MEVYHMII OIJIST, Ta JOCT/KEHH
reMaTo/IOTiYHMX IIOKa3HNUKiB XxBoporo. Ilicia fociarnenna repane-
BTMYHUX IIi/Ieif KiZIbKiCTb Ta 4aCTOTY IPOBefieHHA Ta00paTOpPHMX
TECTiB MO)KHa 3MEHILINUTHY, ajie MeIUYHUI OTJISAN i BUBUEHHS aHaM-
He3y C/Iifl IPO/IOBXXYBaTy BUKOHYBATH pPa3 Ha MiBPOKY.

JocnigkeHHA BHYTPINIHIX OpraHiB

¥ pireit 3 mpoABaMM CUMIITOMIB 3aXBOPIOBaHHA KOXHi 12-24
MiCALIiB, 3a/IEXKHO BiJi TAXKKOCTi OpraHOMerasii, C/1iJj BUKOHYBaTu
o6’emue MPT. ITicis fOCSATHEHHST HOPMaIbHUX/CTAOIIBHNX PO3-
mipiB opranis MPT moxxHa npoBoputu pigure. O6’eMHi mokas-
HUKY IPeJCTaB/IAITD Y BUITIALI MHOXXMHI HOPMa/IbHUX PO3MipiB,
pO3paxoBaHMX A/A JaHOI Macu Tima. Y miTeil MOMTOAIIOTrO BiKy
nposefenHsa MPT 3asBuyait moTpe6ye BUKOHAHHA HepOPaNIbHOI
260 BHYTpIIIHbOBEHHOI cefialil. BpaxoByoun 103y onpoMiHeHHS,
koM otepHy Tomorpadito (KT) 6inbliie He 3aCTOCOBYIOTD [i/IsL PY-
TMHHOT'O MOHITOPUHIY CTaHy 3Z0POB’si XBOpuX. Uepes HEZOCTATHIO
qyTAuBicTh Y3]] TakoX He peKOMEHJYETbCA JO BUKOPUCTAHHA;
BUK/IIOUEHHS CTAHOBUTDb HeOCTYNHICTb MeTony MPT. [lani Y3]]
He CNIiJi BpPaXOBYBAaTy IiJj 4aC NPUIHATTA PillleHb IO[O0 3MiHN
JO3yBaHH IIPEIapaTy, OCKi/IbKY HABIiTh HOCBiYEHNIA TiKap-PEHT-
TeHOJIOr MOKe JIMIle TPUOIM3HO OLiHUTU po3Mipu oprany [9, 21].
PyuHe BUMipIloBaHHSA B CAHTMMeTpax BificTaHi HIK4e pebepHOi
IYTY TAaKOX He [Ja€ TOYHUX Pe3y/IbTaTiB.

Ou1iHKa KiCTOK cKeleTy

ITaronorist KicTOK MOXe CIPMYMHUATI BUPAXKeHi K/IiHiuHi Ipo-
SIBU 3aXBOPIOBAHHA Ta IPU3BECTH O JOBTOCTPOKOBOI iHBaMiJHOCTI
xBoporo [26]. CTymniHb KiCTKOBOI IaTO/IOTii He 3aBXAN KOPETIoE
31 30ibLIEHHAM Cele3iHKM/IeYiHKY, aHeMielo Yu TpoMboL -
TomeHiel. TaKuMM YMHOM, OLjiHKa CKeleTy € 000B’A3KOBOIO /151
BMKOHAHHA He3a/leXXHO BiJl 3ay4eHH: B IaTONOTiYHMII Ipolec
IHIMX cucTeM opranismy. Jlitu Ta mignirku Bikom 10-20 pokis, gxi

He OTPUMYIOTD JIIKYBaHHs, MAlOTh OI/IBII TSKKe 3aXBOPIOBAHH
KicToK [38] Ta MeHIIy Ii/bHICTD KiCTKOBOI TKAHMHM Y HOPiBHAHHI
3 HITbMU MOJIOALIOTO BiKy [59], 1m0 Bifo6parxae mporpecyouni
XapaKTep He/IiKOBaHOI XBOPOOM B JUTUHCTBI. X04 i He Y BCiX jiiTeit
CIIOCTEPIra€ThCsA OCTEOHEKPO3, OCTEeOIeH s Ta/abo KiCTKOBI KpusH,
1 MpOsBY XBOPOOU MOXKYTDb MaTU Cepiio3Hi JOBrOCTPOKOBI Ha-
CTiIKM, HAIPUKJIAJ], KOMIIpecis Cyrno6iB, mepeioMy i XpOHiqHuUIA
6inb. CrizleHeKTOMis, SIKY HIMPOKO 3aCTOCOBYBaIM 10 MosiBU dep-
MEHTHOI 3aMicHol Tepamii, Mae mo6iuHMIT edeKT — moripueHH:
CTaHY KiCTKOBOI ITaTOJIOTi1 Yepe3 3pOCTaHHA HAKONMYEHHA MaKpO-
¢aris, xeMOKiHiB Ta [UTOKIHIB [2].

OniHKa Ta MOHITOPMHT BIUIMBY CKe/IeTHOI NATO/Orii MalTh
OyTU KOMIIEKCHUMU, JTiKap [IOBMHEH PETYIsSPHO BiCTEXYBATU
MO>K/IMBI KicTKOBI Kpusu i KicTkoBuit 6i1b. ITif yac Megu4aHOrO
OITISAAY OLiHIOKTH 3PIiCT AUTUHY, f{ialla30H pyXy cyrnobiB, ckomios
Ta KicTKOBi HedopManuii. MiHepanbHY IIiNbHICTD KiCTKOBOI TKa-
HMHY HallKpallle BUMipIOBaTy 3a JOMOMOIOI0 JBOXeHEPreTUYHO1
peHTreHiBcbKoi abcopbuiomerpii (IEPA) Bcworo Tina, momepe-
KOBOTO Bifiiiny xpe6Ta Ta/abo Kynpuosux cyrnobis [69]. Y mireit
MiHepabHa L{i/IBHICTD KICTKOBOI TKAHMHM Ma€e OyTHU BMpakeHa
y Z-TioKasHMKax 3TifHO BiKy Ta CTaTi MaljieHTa, 1o noTpebdye Ha-
SIBHOCTI BITIOBIZHOTO MPOrPaMHOrO 3a0e3IedeHHs /s aHami3y
OaHUX.

3arajoM peHTreHiBCbKi IpOMeHi He HOCTAaTHbO YYTIMUBIi
ISl IPOBefeHHs MOHITOPUHIY HPOTpeCcyBaHHs XBOpoOu,
3MiHM BiffoOpaXkaloThCst 3aHaATO Mi3HO. [Ipu perynsipHoMy 3acto-
CYBaHHI IIallieHT OTPUMYE HaIMipHY /103y i0OHi3YI0YOr0 BUIIPOMi-
HIOBaHHS.

MPT e Hait6inbin MIOIIMPEHNM Ta NPUMHATHUM METOMIOM J/1A
BiJICT€)KE€HHA MATOJIOri] KiCTKOBOI TKAHMHM Ta KiCTKOBOTO MO3KY
y manieHTiB 3 xBopoboro Tomre. Y nysxe MajieHbKUX AiTeit JOCTI-
JKEeHHs1 MOXKHA TPOBORMTH Iif cepanieto. MPT xpe6ra i crerHoBoi
KiCTKU («30710TUII CTaHAAPT») Haflae iHdOpMaliifo Ipo aHOMa/IbHe
peMopienioBaHHA, iHQiNbTpalLio KiCTKOBOTO MO3KY, OCTEOHEKpPO3
Ta ocTeocktepos. lllo6 inenTndikyBaTu BiXMUIeHH Bill HOpMH,
intepnperanis MPT putsdoro Biky moTpe6ye sHaHb IpO Ie-
PEeTBOPEHHsI TeMOIIOeTUYHOr0 (4ePBOHOTO) KiCTKOBOTO MO3KY
y cTerHoBiit KicTii Ha xuposuit (KoBTuii) [52, 67]. Indinsrpario
>KOBTOT'O KiCTKOBOTO MO3KY KiiTHamu ['olle MokHa crioctepiratu
3a JIOIIOMOTOI0 METOY Bidyaisalii KiZbKiCHOTO XiMi4HOTO 3CyBY
Hikcona (Dixon-QCSI), crienrianizoBanoi rexuiku MPT; BTim, ais
HiTell HOpMaTUBHI MOKa3HMKM He BU3HAYEHI, a JaHa METOJMKA
He[JOCTYIHA B O1IbIIOCTI MEAMYIHNUX 3aK/IafiB. TsKKICTh TaTOMOTIT
KiCTKOBOTO MO3KY, BCTAHOB/IeHOI Ha 0cHOBi fanux MPT, Bupaka-
€ThCA 32 HAMiBKiNIbKiCHOI 6aTbHOK CUCTEMOKO [48].

[IBuAKicTb pOCTY XBOPUX (3piCT Ta Bara), AKi OTPUMYIOTD JTi-
KyBaHHS, C/IiJj OLIiHIOBaT! KOXHi 6 MicALliB. Y TaKMX Nalji€eHTiB
BUKOHYIOTb noyaTkoBe MPT (Ha MOMEHT MOCTAaHOBKU JiarHO3Y),
MIOTiM JOCifI>KEHHS NOBTOPIOIOTh KOXHi 12 MicALiB, a TaKOX
KOYXHOTO pa3y mpu 3MiHi fosyBanHA npenapary. [IEPA y mireit, mo
IIPOXO/ATD TEPAIliio, He0OXiTHO IPOBOMYITH IIifi Yac BUXiZHOIO 06-
CTe>XeHHA i fani KoxxHi 12-24 MicAni 1o HopMaisalii TOKasHUKIB
a60 3a HeoOXifHOCTI KOpUryBaHH:A 1o3y; noTiM JJEPA BUKOHYIOTH
KOXXHi Tpu poku (6a>kaHO B OFHOMY MeMYHOMY LieHTPi 3 BUKOPYIC-
TaHHAM OJJHOTO aImapary).

MOHITOPUHT CTaHy 3[MOPOBA [IiTeil 3 ACMMITOMHUM Tiepebirom
xBopo6u lonre

Ak 1y BUMafgKy 3 BiTbMM, 1[0 MalOTh CUMIITOMY XBOpOOU, MO-
HITOPMHT CTaHY 3[0pOB’sl aCUMITOMHUX JiTell, AKi O6y1u BUAB-
JleHi Yepe3 HaABHICTb ypaXKeHUX PiHUX OpaTiB uu cecTep, Clif
HIPOBOANTHU KOXHI 6 MicsriB. OcKinbKku XBopi cnbcy 3a3Buyait
MAalTh CXOXIIT epebir 3aXBOPIOBAHHS, JOJATKOBIIT KOHTPOIIb
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CIIiJi 3alIPOBAJKYBaTU KEPYIOUYUCh BiKOM Malji€HTa Ta TAXKICTIO
CUMIITOMIB IaTONOri1 y cTapuroro cibca (~iB).

Y BefileHHI XBOPYX AiiTell, IKi 6y/1U BUAB/ICH] MIIAXOM CKPUHIHTY
IeBHOI CIII/IPHOTH, € IeBHA A1/IeMa, 0COOIMBO MPU HEBIZOMOMY
TeHOTHIIi a0 TaKOMY, IO ITPOTHO3YeE OL/IBIL JIETK i1 Tepebir 3aXBo-
proBanHA. Cepefi TaKUX AiTelt cuMITOMu XBopobu lomre MOXYTb
HpOABMATUCA B OyIb-sIKOMY Billi a60 acMMIITOMHUIT CTaH 30epira-
€ThCA MPOTATOM YChOT0 XUTTA. B Takux Bunagxax peKoMeHJ0BaHO
IPOBOAYITY MefMYHe 00CTe)XeHH I IIOHAIMEHIIIe OfMH Pa3 Ha Pik.
YacToTa MOHITOPMHTY [iiTell, y AKUX BUABUIM XBOPOOy Mif gac
CKPUHIHI'y HOBOHAPOJ>)KEHUX, 3a/IEXKUTh BiJl TEHOTUITY: «TXKKIII»
TeHOTUII TOTPebYe BiCTe>XeHH KOXHI 6 MicAIiB; 3a HAasABHOCTI
OB CIIPUATINBOTO TeHOTUIY, B TOMY yncii N370S, oLiHky cTany
CI1iJj BUKOHYBAaTH LIOPiYHO.

OumiHKa BHYTPIIIHIX OpTaHiB Ta cKeIeTy

Jma MOHITOPMHIY OpraHoMerajii y fjiTeil 3 aCUMITOMHUM IIe-
pebiroM 3axBopioBaHHA [OLIIbHO BUKOPUCTOBYBaTK MeTop, Y3/,
ajie TiJIbKY IO MOMEHTY, KO/IM BHAC/Ti[JOK K/IiHiYHOTO MOTipIIEHH A
PO3IIAAETbCA HeOOXifHICTh MpMU3HaYeHHA PepMeHTHOI 3aMic-
Hoi Tepanii. MPT kicTok cmif BukonyBaTu xoxHi 12-24 micani
(K10 MOXX/INBO), IHOAI AJIA MPAKTUYHOI 3PYYHOCTI HOCTiI>KEeHH
npoBofguThes mif cefaniero. Yacrora JEPA - xoxHi 12 micAnis,
oco6muBo 3a BifcytHocti MPT (HomaTok 9).

MowitopuHr HefiponatuyHoi Gpopmu xBopobu lorme

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 February 2009):

Y HACTYIHMX I'PYNIaX HOBMHHO Oy TH BUKOHAHe IIOBHE iHillia/IbHe
HEBPOJIOTiyHe 06CTeXeHHA:

A. Bci nanienTu i3 Buepuie aiarHoctoBaHoo XI.

B. OcobnuBy yBary norpi6Ho npupainmutu nanientam 3 XI, y axux
€ ofiH 260 6isblle 3 HACTYNHUX GaKTOpiB pUsKKy possutKy HXT:

o Pigrmit 6pat abo cecTpa maiieHTa 3 MifTBEPKEHNM J1arHO30M
HXT.

o [eHOTUIIN «BUCOKOTO PU3UKY», B TOMY umcni L444P/L444P,
D409H/D409H a60 L444P/D409H. TenoTunu nosyHHi 6yTH mig-
TBepKeHi mpamuM cexsenysanHAM JJTHK, ocob6nuBo y Bumagkax
IiI03pYU HA HAABHICTD ajiebHUX reHis L444P. IIpu BusHadeHHi 1o-
niMop}isMy JOBXMHM PeCTPUKLIITHOrO PparMeHTy He MO>KHA Bifi-
pisHuTH anenbHui ren L444P 3 rpancnokanieto T>C Bip anenbHoro
rena L444R 3 Tpancnokaunieto T>G [24]. Ha Bigminy Bif anenbpHOrO
reHa L444P anenpuuii ren L444R He aconiiioBaHuil 3 HEIPOHO-
HMAaTUYHOI0 XBOpoboto. Kpim Toro, koMmtexc pekoMOiHaHTHUX
aJIeJIbHIX TeHiB, 110 BKIo4Yae L444P, moxxe 6yTM BUSIBJIEHUI TiJIbKU
3a [JOIIOMOI'OX0 CEKBEHYBaHH .

« PosButox Baxxkoi cucremuoi XI'y Bini < 2 pokis.

BignoBigHMit HEBpOIOriYHMII MOHITOPMHT IIOBUHEH 3[Ji/ICHIO-
BaTUCh Ha PETYNAPHiNl OCHOBI y BCiX HaBe[JeHUX BUIIE IPyIaX,
He3aJIeXXHO Bifl TOTO, 6Y710 4u He Oy710 8UA6/IeHO HEBPOIO2itHi no-
pywlenns npu iniyianvHomy o6cmencerti, OCKiIIbKI BOHU MOXKYTb
BUABJIATHCD Ii3HillIe.

Y Tabnuusx 1 ta 2 npencrasieHo oHoBieHi CrierjiabHOIO TPy-
II0I0 PEKOMEH/IOBaHi IIPOTOKO/M iHillia/IbHOTO HEBPOIOTi4HOIO
obcrexxenns (Tabnuus 1) Ta MOAaIbIIOro HEBPOIOTiYHOTO MOHI-
topunry (Tabmuus 2). Bonu npencrasieni y BUIIAAI MiHiManb-
HMX KIIHIYHMX IPOTOKOJIB, B AKUX 3[[iliCHeHa CIpo6a BKTIOYUTH
3araJIbHOJOCTYIIHI, e)eKTUBHI Ta eKOHOMIYHI MeTORUK, ajie IPK
IIbOMY OTPUMATH Hail01/IbIIY MOX/INBY KiMbKIiCTh KIIHIYHO BaXK-
JMBUX JaHUX. BpaxoByloun momepenHiit focBif, 3 MeTO0 edek-
TUBHOTO MOHITOPMHTIY TaKMX IALiEHTiB HeOOXiHe BifMOBigHE
Ta peTe/IbHe 00CTeXeHH I 3Tif{HO 3 aITOPUTMOM.

Ta6nuus 1. MiHimanbHWii KniHiYHKIA npoToKon

iHiLianbHOro 06¢TE)XXEHHS Ha NpeAMeT NEPBUHHUX
HeBponoriyHuX nopyweHs npu Xr

1. KniHiuHe o6cTexxeHHs

* Hesponoriune ob6cTexeHHs, 6aXaHO NpoBeAeHe HEBPONOroM 3 BOCBIAOM
pob60oTH 3 nauieHTamu 3 HelMpoHonaTuuHolo dpopmoto XTI,

¢ [locnigxeHHs pyxy ouen, BaxaHo npoeeaeHe HEMPOODTANLMONOrOM
abo Hesponorom. MiHiManbHe 06CcTeXeHHS BKIOYAE BUKIMKAHHS NOBTOP-
HUX FOPU3OHTANBHUX CAKKAA MOKCMMANBHOT OMANITYAM, O NOBUHHO By TH
3AIMCHEHO B NIEXAYOMY MOOXEHHI, 3 NOPIBHAHHSM 3i 330pOBOIO 0c060I0.
baxaHo gopaTtkoBo nposecTu 06'ekTUBHE focnigxeHHs, Hanpuknag, DC-e-
nekTpookynorpadilo, OCKinbKM NPU OBHOMY TiflbKM KNiHIYHOMY 0BCTeXeHHI
4aCTO NPOMYCKAOTLCS NOBINbHI CAKKAAM uM napaniy nornagy [14].

* [lopatkose HelMpoodTanbLMONOrivHE [OCNIAKEHHS, B TOMY YMCi odTanb-
Mockonis.

* BuMiptoBaHHs nepudepruHOro cnyxy (enekTpoakycTMuHa eMicis y Manmx
AiTeM, TOHANbHO AyAIOMeTPis Y CTAPLIMX NALIEHTIB).

2, Bisyanisauis ronoBHOro MosKky

* [lepesara HagaETbCS MATHITHO-pe3oHaHcHiIM Tomorpadii (MPT), ane
akwo MPT HegocTynHa, Toai Moxe 6yTH npoBeeHa komn'loTepHa ToMorpa-
ois (KT). Y ayxe xsopux gite noBuHHI 6paTt1ch A0 yBATM PU3UKM aHeCTesii
i CKaHYBaHHs NoBMHHO ByTH BigKNaAeHe 4O TOFO Yacy, KoM AUTMHA Byae
KNiHiYHO cTabinbHOl0.

3. HeiipodisionoriuHe pocnigxeHHs

* EnektpoeHuedanorpadis (EET).

4, HeliponcuxomeTtpis

* BignosigHi Ao BiKy pe3ynsTati BocnigXeHHs NOBUHHI By TH ouiHeHi KBa-
nidikoBaHum ncuxonorom. Moxe BUHUKHYTH NOTpeba y BiATEPMiHYBAHHI
AOCNIAXEHHS, 0COBNMBO Y MANUX AITEH, BO TOTO YACY, KONM 3ArQNbHUN CTAH
3A0poB’s nauieHTa Byae B AOCTATHLO 3GAO0BINBHOMY CTAHI AN MOXIMBOCTI
nposefeHHs epeKTUBHOI OLiHKM. BUKOpHCTOBYBATMCH NOBUHHI LUIMPOKO
RoCTynHi npotokonw, Taki sk LLikana Bekcnepa ans BusHaueHHs pisHs
iHTenekTy y piteit — 4-ta 6putarceka sepcis (WISC-IVUK), 3a BuHsTKOM BU-
NAAKIB, KONM BOHM € HENPUAATHUMMU 3 MOBHMX Q60 KyNbTyPHUX MipKYBQHb.
Moxe B1HMKaTH noTpeba B npoBeaeHHi cneundiuHMxX focnigxeHs, HaNPU-
KNag, BOCNIAXEHHS MOBM, NAM'ATI, Bi3yanbHO-NPOCTOPOBUX HABMKIB i T.A,.
Taki gocnigxeHHs NOBUHHI By TH NPUCTOCOBAHI B0 0COBAUBOCTENH KOXHOI
OKPEeMOi AUTUHM.

Ta6nuusa 2. MiHimanbHMii KniHiYHKMIA NpoToKON
HEBPONOriYHOro KOHTPOJNIbHOro o6cre)xxeHHs npu XTI

1. KniHiuHe o6cTe)xxeHHs

* HesponoriuHe obcTexeHHs: KOXHi 3 MicsLi BNPOAOBX NepLoro poky

Ta KOXHI 6 Micauis — B noganbwomy. Hesponoriune o6cTexeHHs BkaoYae
ouinky 3a LLlkanoto ans suaHaueHHs ctynens saxkocti HXT [7] 3 MeToto
MOHITOPMHrY 3MiH. Y nawieHTiB NigNiTKOBOro Ta 4OPOCAOro BiKY, CTAH KMX
€ cTabinbHUM, NPOBEAEHHS HEBPONOTiHHOTO 0BCTEXEHHS OAMH Pa3 Ha Pik
Moxe ByTH AOCTATHIM.

* Ko Ha MOMEHT iHiLianbHOro 06CTEXEHHS PyX OYHMX S61YK BBAXABCS
HOPMANbHUM A60 AKLLO pPe3ynbTaT BB ABOX3HAYHMM (YACTO Bif3HAYAETbCS
Y ByXe Man1x abo xBopux aiTen), Toai AAHe AOCNiAXKEHHS NOTPiIBHO Noe-
TOPUTH.

* [lopatkose HelMpoodTanbMonoriyHe 06CTeXeHHS: TiINbKM 30 HAABHOCTI
KNiHIYHUX NOKA3QHb, HANPMKAAA, Y BUNAAKY NAPANivY WOCTOi NApy Yepen-
HO-MO3KOBMWX HepBiB.

* Ouivka nepubepuuHoro cnyxy (aygiomeTpis abo enekTpoaKycTMYHa
eMicisi, B 3aNeXHOCTI Bif BiKy, K 303HQYEHO BULLE): OLIHKA TEHAEHLIT KOXHI
2-3 poku.

2. Bisyanisauis ronoBHOro Mo3Ky

* Tinbku 30 HAsBHOCTI KNiHiYHMX nokasaHsb. MosuHeH BpaTtucs Ao yearu
pH13uk anectesii. BuknioueHHs MOXHA 3po6UTH ANS NALEHTIB 3 ANenbHUM
resom D409H. Y Takux naujientis moxe byTn pusmk rigpouedanii [15;21],
Yy 38'S3KY 3 Y4M CKAOHYBAHHS MOBUHHO NPOBOAMTMCh HO PETYSPHIA OCHOBI.
3. HeiipodisionoriuHe pocnigxeHHs

* EET: Tinbku npu KNiHIYHMX NOKA3AHHSX, HANPUKNAA, 3Q HASBHOCTI eni-
nenTMYHMX Hanagie. Y BUNAAKY NifO3PM HA MIOKNIOHYC, MOXE BUHUKHY TH
HeobXigHiCTb y NpoBeaeHHi TeneMeTpii.

* BUaHaYEeHHS WBKMAKOCTI NPOBEAEHHS HEPBOBOFO IMAYIbCY: TiNlbKM NPU KJi-
HIYHMX NOKA3AHHSX, 30 HOSBHOCTI TAKUX CUMNTOMIB, K Big4yTTS CBepbiHHS,
OHIMiHHSl, TOKONIOBAHHS.

4, HeliponcuxomeTtpis

* Y wopiuHux obCTexXeHHsX, 9K NPABMAO, HeMAe HeobXiAHOCTI, OCKinbKM
BOHM BUMarawTb 6arato yacy. M1 nponoHyemo HacTynHe: obcTexeHHs
NP1 NOCTYNAEHHI B WIKOAY, NOTIM — NPX Nepexofi 3 NOYATKOBOI LKONM B ce-
PERHIO WKONY, i NOTIM — NPU BCTYNi B KONeAX / BUWMIA HABYANBHWM 3aKNAA,.
BuKkopucTOBYBATUCH MOBMHHI LWKANM, WO BiANOBIAAIOTL NEBHOMY BiKY.

KopuicHuM iHCTpyMeHTOM € 3aTBepikeHa MopydikoBaHa mKama
TAXKKOCTI 3aXBOPIOBAHHA, 110 JO3BOJAE BiJICTEKUTU KIiHIYHUIA
nepebir marororii [19].




MoaudikoBaHa WKana ans BUSHAUEHHS CTYNEHS BAXKKOCTI 3axBoploBaHHs (mSST)
HopMa (xou4a € ManoiMoBipHOIo Npy AAHOMY AiarHosi)

o
Q‘O

Mapaniy nornsay [op13oHTanbHI CaKKAAM BiACYTHI, BEPTUKANbHI COKKQAM HASBHI
lopu3oHTanbHI caKKAAM TA BEPTMKANbHI COKKAAM BIACYTHI
Hopma
Odranbmonoriune obctexenns | [Mapaniy yepenHo-Mo3koBoro Hepea (3 nonepeaHbolo kopekuielo abo 6es Hei)
MNapaniy 4epenHo-Mo3KOBOro HEPBA (MOBTOPHE BUHUKHEHHS HE3BAXAIOUYM HA XiPYpPrivHy KopeKLito)
BigcyTHicTb eninentyHMX Hanapie
EninentuyHi Hanaau, ski He BUMAraoTb NPU3HAYEHHS MPOTUCYAOMHUX NPenaAparis
Eninencis EninenTuyHi Hanaau, sSKi KOHTPONIOIOTLCS NPUIHOMOM NPOTUCYAOMHUX NPenaparis

EninentuyHi Hanaau, ski BMMaraioTh npusHaYeHHs kKoMGiHOBaHOI Tepanii 6o sKi € pe3UCTeHTHUMM
[0 NPOTMCYAOMHMX Npenaparis

Menwe 5 pokie

Bik Ha MomeHT nepworo 5-10 pokis
eninenTMyHOro Hanagy 10-15 pokis
16 pokis Ta binbwe abo BiACYTHICTb eninenTUYHUX HANAAIB
Hopma
MopyweHHs nerkoro crynexs (IQ meHwe 85 abo exksieaneHTHO)
PossuTok / KOTHiTMBHO 3RATHICTb | [opywenHs cepeatboro crynens (IQ 50-57 a6o ekeisaneHTHO)

MopyweHHs BaXKOro cTyneHs (3HWXeHHs 6inbLu HiX HQ NONOBMHY Bif HOPMM, XAPAKTEPHOI ANS HASBHOTO
XPOHONOFIYHOrO BiKy)
HopMma, aTakcis nposiBaseTses TinbkM NpU TAHAEMHIM Xxoabbi
. . Arakcis npu xoabbi no npsMii niKii, 3gatHicTb xoanTH 6€3 gonomoru
Arakcis npu xoab6i ; :
3[ATHICTb XOAMUTH TiNbKK 3 BOMOMOTOKO

HesgatHicts xogutn

O WIN— O W N —= O OoO—mNMNw oo bhWON —= O —

BincyTHicTb iHTEHUiHHOrO TpEMOPY

Mo3oukosuit Tpemop IHTeHUiHHUI Tpemop 6e3 nopyweHHs dyHKLii 0,5
IHTEHLiMHUI TPEMOp 3 BUPAXEHUM NOPYLUEHHIM yHKLi 2
HopMmanbHui ToHyc M'a3iB 3 nigBuiLeHHsM pednekcis 0
. L. Jlerke abo nomipHe nigBULEHHS TOHYCY M'33iB Ta pednekcis 2
NipamigHi nopyweHHs . . . ; ; - -
MiaBUWwEHHS TOHYCY M'S3iB Ta pedneKciB 3 KNOHYCOM, HE3QNEXHO Bifi TOTO, € BiH HECTIHKMM UM CTIMKMM 3
Baxka cnacTMyHicTb M'93iB 3 HE3AATHICTIO XOAUTH 5
Hopma 0
Excrpanipawiasi nopywens Bapiu6enbuicn TOHYCY Ta No3u 6e3 NopyLeHHs d))’HKI..Eii Ha $oHi Tepanii abo 6t.=.3 Tepanii 1
BapiabenbHicTb ToHycCy Ta N03u 3 nopyweHHsaM byHKLi, HE3BAXAIOYM HA TEpaniio 2
BupaeHa purigHictb M'a3iB 3 BigcyTHiCTIO edekTy / MiHIManbHUM edekTOM Big Tepanii 3
HopmanbHa dyHkuis 0
YrpyaHeHHs kosTanHs / opansha | Ancearis nerkoro crynens (HapmipHa canHoTeya)) 1
6yns6apHa yHkuis DOucdaris nomipHoro crynens (pusuk acnipauii, notpe6a 8 Mopndikauii xapuysaHHs) 2
Oucoaris Baxkoro cryneHs (noTpeba B xapyyBaHHi, WO He 3AIHCHIOETbCS Yepes poT) 3
Hopma (a Takox gitw, siki we € 3aHaATO MANUMK, Wob rosopmTH) 0
[u3apTpisi nerkoro Ta cepeAHbOrO CTYMNEHS, WO NOPYLIYE CNPUMHSTTS MOBM CTOPOHHIM ClTyXa4eMm 1
Moga [uzaptpis BAXKOTO CTYMEH, O NPU3BOAUTL A0 HEeCNPUMHATTS BiNbLIOT YaCTUHM MOBM B1IM3bKOIO NIOANHOIO 2
TQ CTOPOHHIM CATyXAa4YeM
AnapTpis (He3paTHiCTb roBOpUTH) 3
Hopma 0
Jlerkuit kipo3, npote 36epexeHa rHyuKicTb Ta HeMae noTpebu B dikcauii 1
®opma xpebra . - -
MomipHui Kibo3, IKMIM YACTKOBO KOPEryeTbCS 3d fONOMOroto dikcauii 2
Baxkwuit kipos, Skuit He KoperyeTbcs 3a gonomoroko dikcauii abo BUMArae npoBeaeHHs XipyprivHoro BTPYHaHHS 3
Bcboro 36
Bazimnicmb Bik recranii, 39,7 TvkHiB). CepefHs Bara y AiTeil py HapO>KeHH]
Intravenous enzyme replacement therapy (ERT) for craHoBua 3234,4 1, 3a mkanow Anrap noxap 9 6anis. Y 18 mani-
Gaucher disease (2017): €HTOK mororu 6y ¢isionoriusi. Y ZBOX ManjieHTOK IPOBOAMBCS

3 MeTolo OLiHKY Tlepebiry BaritHOCTI y kiHOK 3 XT, AKi OTpMMY-  KecapiB pO3THH Y 3BA3KY 3 €HONPOTe3yBaHHAM KY/IbLIOBYX CYT-
Bajm Benmarmiorepasy anboa, 3 2004 poxy 6y 3i6paHi pesynbrat  106iB, y TpeTbOi- MOBTOPUIT KecapiB pO3TUH
3 IIeCTV MY/IbTUMHALliOHAIbHUX KTiHIYHUX LeHTpiB [17]. JleB'ATP Malli€eHTOK OTpUMA/IM MiCI|eBy aHajTe3ito / aHecTesilo.

3aranoM, 25 BariTHOCTell (cepefHilt TepMiH BariTHOCTi — 2,7  IlicasAmonorosi ycknagHeHHA 611 piAKMMM, CIOCTepIiraBcs OAMH
Micsuis, cepenniit Tepmin Ha ®3T- 31,2 micani) 6ymo sapeecTpo-  BUIALOK MiCIANIONOroBoi (InaneHTapHOI) KpoBoTeyi. CepenHi mo-
BaHO y 21 >xiHku (cepepHiit Bik 32,0 pokiB). Y mepimoMy TpuMecTpi — Ka3HUKM FeMOITIOOIHY Ta TpOMOOLMTIB ITifi 4ac BariTHOCTI MOMimIIy-
craBcs abOPT Y IBOX JKiHOK (BIepllle BariTHMX) Ta y ofHiel xinku,  Bamucs (9,45% Ta 26,0%, BigmosigHo). Onmparoduch Ha jaHi crocre-
sKa BxKe Majia BariTHocTi. HapomxyBaHicTb ckianma 84% (cepenHill  pexxeHHs, 3i6paHuX IPOTAroM IpUOIN3HO 8 POKiB, Y710 3pobIeHo

I 18 Ne 3 (424)  JlioTwii 2018 p.
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BIUCHOBOK, 110 Benarnmuepasa anb(ba 6esmeuna 1A 3a4aTTA Ta Ba-
riTHOCTI 3 rapHuMu pe3yabTaTaMmn MaTepiB Ta HOBOHApPOJ KEHUX.

Komenmap po6ouoi zpynu 14000 penpodykmuéHux nayicHmox
ma Hapooxenux dimeti nio wac ompumanns doezompueanozo P3T:
Haiibinowi cnocmepesicents 4000 8azimnocmi nio 4ac nposeoeHHs
D3T nasedeni npu 3acmocysanni imientouyepasu (416 sazimuocmeri
y 247 xcinox). [The female Gaucher patient: The impact of enzyme
replacement therapy around key reproductive events (menstruation,
pregnancy and menopause)/ Ari Zimran et al. ] Blood Cells,
Molecules, and Diseases 43(2009) p.264-288]. B Ykpaini, 3a danumu
Kkniniumol 6asu nayienmie 3 XI' 1 muny, 5 xinok penpooyKkmueHozo
siky, nio uac nposedenns O3T npenapamom imientouepasa, sasazim-
HIZU MA YCHiuHO 3a6epuiuny 6azimnicmo HAPOONeHHAM 300pPOBUX
dimeii. Jlosa npenapamy cmanosuna 6id 30 0o 60 Od/ke. Bazimnicmp
nepebizana 6e3 ycknadnenv. XKoonux nobiunux peakyiti, nossa3anux
3 O3T 6 nepiod eazimnocmi ma nonoeie He 3agixcosarno. Jani papma-
Ko7M02iuH020 HA2AA0Y nokasyomy, wo Imienoyepasa ma Benaenoye-
pasa anvga esneuni 014 3auamms ma sazimuocmi, 0o6pe nepero-
CUMBCA Y 8a2IMHUX HIHOK | HeMA€E HiAKUX 00Ka3ie noOiuHux edexmis,
nosssanux 3 eazimuicmio [2;3]. Hiticno, 3T moce 31Hadobumucs, no-
nepuie, 0713 60pomvOu 3 X60po6oto, ockinvku XI' mosie 3acocmpumucey
nio uac sazimuocmi, a no-opyze, nonepedumu mpomooyumonenio,
AKA MOdHe OYMU 3a2po3nueoio nid wac eazimnocmi abo nonoeis i npo-
munoxasana ons enidypanvroi anecmesii. JJani w4000 6e3neuroeo 6u-
kopucmannsa Taniemouepasu anvga nio uac eazimuocmi oomesnero [4].

ANBTEPHATHBHI METOJM NIKYBAHHSA

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

CPT: Cy6cTpart-pegyKuiiina repamnis (mepopanpHa):

Mirnycrar

IminoBHMit yKp W—6yTM)1)1e301<cm7[opMMiuMH, MIITTyCTaT, iHTi6i-
TOP [TIIOKOLIePeOPO3MICHHTAY, LIEPLINIL eTall 6i0MOri4HOr0 CUHTE3Y
rIiKonimiziB, 6YB IepeABiCHUKOM IIepOpaIbHUX CYOCTPATHUX iHTi-
6iropis s mixyBanus X, 1o 6y7o Brepiie 3arponoHosaHo Radin
B 1976 poui. Xoya k1iHi4Hi BUIPOOYBaHHA IOKa3anu CyTTEBUI
BIUIMB Ha OCHOBHI IIOKa3HUKY 3aXBOPIOBAHHS, IPOOIeMaTUIHUI
npodinp 6e3nexn 06yMOBMUB BiffHOCHO BY3bKi IIOKa3aHHA O 3a-
CTOCYBaHHs, KO/ EBPOIIEICbKe areHTCTBO TiKaPChKUX 3aC001B 3a-
TBEpAMIO MirmycTar (3aBecka, AKTeTiOH) [ TIiKyBaHHA Malli€eHTiB
3 71erkoo Ta nomipHow XI, sAKi He € MiAXoAAIMMY KaHAUTATAMH 71
®3T (2002 p.), a FDA - pna nanienris, aya akux 3T He € mifgxopsa-
myM BapianToM TiKyBaHHA (2003 p.). Tum He MeH1L, 3a BificyTHOCTI
IHIIMX METOfiB, 3/laTHMUX BIJIMBATY HAa HEBPOIOTiYHi 0CcoOMMBOCTI,
neit 3aci6 g CPT mae nmoTeHuian fst nepeTuHy reMaroeHneda-
NYHOTO 6ap'epy i posIIAKAETHCA K MPOTOTHUIL TEPAIIEBTIHYHOTO
BefjiHHA HellpoHOMaTH4YHUX popM xBopobu. Kpim Toro, mpemapar
3aCTOCOBYETHCA MEPOPAIBHO, 110 YCyBae 6araTo He3pY4YHOCTeN
BHyTpimHboBeHHOi ®3T. Ha xanp, B KIiHIYHOMY BUIPOOYBaHH]
mirnycrary npu I'X 3-ro Tuny He Bfjazocs JOCATTH HEBPOIOTiYHIX
nepesar. Yepe3 HU3bKY e(eKTUBHICTb IIpemapary y mauienTis 3 XI
1-ro tuny (y nopiBH:anHi 3 ®3T) B moegHaHHi 3 61/IbII BUCOKOIO Yac-
TOTOI0 HO6IYHMX e(eKTiB (LITYHKOBO-KUIIKOBYX, HeBPOIOITYHIX)
Ieit pemnapar 6iblie He IpKU3HayaloTh y Benbril. Komnanis «Akre-
JIIOH» IIPOCYBAE L€l TPeMaparT /1 3aCTOCYBaHHA B JIiKyBaHHI iHIIOI
nisocoMHOI XBOpoOy HakomuyeHH: — xBopo6y Himana-Tlika tumy C.

Komenmap pobouoi epynu: Cmanom na 2018 pix nixapcokuii
3acib mienycmam He 3apeecmposanuii 6 Ykpaii.

Enirnycrar, llepnenra®:

HemopaBHo posnoyannch KaiHiuHi BMHpoGyBaHHH CPT (1)a31/[ 3.
Enirnycrar (Jxensaitm Kopm) - 1e nepamigumit aHanor cyoctpary
(ma BigMiHY Bii ¢pparmMeHTa I/IIOKO3H, SIK Y MITTIYCTaTi) 3 KpaIgum
npodinem 6e3mexu Ta 6ibLI BMCOKOW aKTUBHICTIO, HIX y Mir-
JycTaTy. 2-pivHi pe3ynbraTu BUIPOOyBaHHA a3y 2 MoKasaan
pi3Ke MOKpallleHH:A KII04YOBMX KIiHIYHMX MOKasHMKIB y 20 3 24
nanienTis 3 XI' 1-ro tumy. Take MOKpalieHHA TaKOX OyI0 Ipo-
IeMOHCTPOBaHe B PaHJOMI30BaHOMY K/IiHIYHOMY BUIIPOOYBaHHI
¢asu 3 ENGAGE. Hespa)xaroui Ha Te, 1[0 Lieif IIepopaIbHMIL 3aci6
nna CPT, iMmoBipHO, oTpuMae peecTpaniitHe mocsigueHH (04iKy-
€THCsI OTPUMAaHHS 33/{0BI/IbHIX TaHMX 3 Oe31eKn), BiH BUMaraTume
TOBrOCTPOKOBOTO JOCBify 3acTOCyBaHHA (foBuIoro, Hix ana O3T)
4yepe3 CKIafHUI MeTabomi3M nuToxpomy P450, mo yckaagHioe
BUKOPUCTAHHA IeIKMX JTiKiB. BaXk/1MBO Bifi3HaYMTH, IO €/IiIIycTaT
He IepeTnHaE reMaroeHedanianmit 6ap'ep, 0TKe, He Ma€ TOHAT-
KOBMX nepepar y nikysauHi XI' 3-ro tumy.

IndopMartis cTOCOBHO epopanbHOi Tepairii eirnycraToM (mep-
COHaJ/IbHe CHi/IKYBaHHs 3 KoMnaHielo «Jxensaiim/CaHodi»):

Iepen mouaTkoM Teparmii enirmycratom (Llepmenra®) nanientu
HOBUHHI IIpoiiTu reHoTunysanHsA mopo CYP2D6 nia Bu3HaueHHA
crany metabonismy CYP2D6. Voro 6yne BukonyBatu naboparopis
LabCorp, Mexenen, Benbris, a ¢inancye 110 mocnyry kommaHis
«[Ixensaitm/Canodi». Ha CYP2D6 6a3yeTbcst BUSHAYEHHA [O3U
Ipemnapary.

IToka3aHHA KO 3aCTOCYBaHHS:

EnirmycraT npusHadeHnit A JOBTOCTPOKOBOI Tepallii JOpOCINX
narieHTis i3 xBopo6oro loure 1-ro Tuny (XTI 1), ki € moBinbHUMHU
MeTtabonizaropamu (IIM), cepenrimu MeTabonisaropamu (CM) abo
wBuAKuMY Metabomisaropamu (IIIM) CYP2D6.

Komenmap pobouoi epynu: Cmanom na 2018 pix nikapcoxuii
3acib enienycmam-mapmpam He 3apeecmposanuti 6 Yxpaiui.
l'enna Tepania: Ha eTami OCTiT>KEHH .

Tepanis papmakoAOriyHMMK LLIANIEPOHAMM:

Tepamis ¢papmaxonoriunnmu uranepoxamu (L) - e HoBa cTpa-
Terig 36i/IblIeHHS 3aMMIIKOBOI aKTUBHOCTI IIIAXOM cTabimisarii
HeIPaBI/IbHO CKOMIIOHOBAHUX MyTaHTHMX Oi/IKiB, 3amobiranusa
merpapalii B mpoeo3oMax, MOB'I3aHill 3 eHIOIIA3MaTUYHUM PETUKY-
JyMoM, Ta 3abesnedeHHs Mirparii o misocom. Leit migxin ocobmmso
KOPMCHMIA i1 mawieHTiB 3 X, ocKibKy HaBiTh TOMipHE 30i/IbIIEHHS
3a/IMIIKOBOI ITIOKOLIepeGpo3yaasu Ma€ OyTH HOCTATHIM /LA IIOM SIK-
weHHst peHoTuIy. binbliie TOTO, I1i MaIeHbKi MOIEKY/IM TOBMHHI MaTI
3[JaTHICTD lepeTVHaTK reMaToeHedaiuamit 6apep. [lepumim nramne-
POHOM, 1110 BUKOPJUCTOBYBAaBCS Y KIiHIYHOMY JOCTIXKeHHi, OyB i30-
dbarominy Taprpar (AMikyc TepaneBTikc), ane BUnpobysaHH: dasu 2
He JJOCAI/IM KiHIIeBMX TOYOK i ofaIbliia po3pobKa 0y/ia IpUIMHeHa.

Opyrum manepoHoM € ambpokcony rigpoxnopus (ExcCAP
Kopmnopeiturn), axuit 30 pokiB ToMy 6YB po3poOmeHuit B AKOCTI
MyKomiTu4HOro 3aco6y (MykoconBaH, Bepinrep [Hrenbxaitm) i fo-
CTYIHUIL 6e3 perienTy B 6ararbox KpaiHax. A. Zimran BUKOPUCTO-
ByBaB AMOPOKCOJ 3a MeXXaMI 3apeeCTPOBAHMX [IOKa3aHb y 12
0ci6 3 nomipuo Bupaxkerow XI' 1-ro Tumy B 2009 poli, Ipyu LbOMY
JMILe 2 TALli€HTa 3 HAIMEHILIOK MACOIO Tijla JOCAIIN IOSUTUBHUX
Ppe3ynbTariB, 0 CBIXYNUTH IIPO HEOOXifHICTD 3aCTOCYBaHHS Oi/bII
BUCOKUX 103. OToKe, HeplI HiX pO3IIANATH HOTeHI[ial aMOPOKCOTy
B nikyBaHHi nerkoi ¢popmu XI' 1-ro Ty HEOOXiTHO IPOBECTH
¢dopManbHi KiHIYHI BUITPOOYBaHH, 110 BUKOPUCTOBYIOTD Oi/IbII
Bucoki fo3u. lllamepoHu MOKYTb 6YTM HallKpalIMM HepCIek-
TUBHUM BapiaHTOM K y noegHanHi 3 @37, Tak i B AKocTi MeTony
nifTpumylodyoro nikyBaHH:A. CrofiiBaeMocs, 10 cepef X Mamnx




MoneKy1 6yne xo4a 6 OffHa, AKa MOMSIKIIUTD HellPOHOIATIYHI
ocobnmusocri [79].

Komenmap pobouoi zpynu: 6 Ypaini sidcymmiti 00c6io euxopu-
CManHA wanepouie (6 m.u. i npenapamy Amopoxcon) O niKy8aHHs
xeopobu I'owe.

Inmi meTopu MiKyBaHHA:

OpTonennyHa Xipypris, BK/I0Yal04 MPOTe3yBaHHA, a1l IOBAaHTHI
npemnaparu (6inb, 0cTeonopos), disioTepamnis, ICUXOTepaIis, IPo-
TUENiJIeNTUYHE TiIKyBaHHA, TPAHCIIAHTALlis NeYiHKM, Xipypriyna
omepalig Ha cepli — 3aMiHa K/IallaHa, IpenapaTu i/id TiKyBaHH
JlereHeBol rinepreHsii, reMaTo/IOriA/OHKOMOTisA, OHKOJIOTifA, aKy-
LIEPCTBO, €HJOKPUHOIOTIA.

Ieit meperix BKasye Ha Te, 110 XBopoba lortie € cepitosHum Ha-
raToakTOpPHIM 3aXBOPIOBAHHSM i MalieHTiB, sAKi CTPaXKFAOTh
Ha XI, HeoOxifjHO MiKyBaTK B TicHiit cmiBIpaui 3 JOBIAKOBUM
LIEHTPOM, B IITATi AKOTO € 6araTonpodinbHa rpyma.

BucHoBku. XBopo6a lolre 3a3Buyalt IpOsABIAETbCA Y AUTHHCTBI.
ITo6 3amo6irTy po3BUTKY CePilO3HMUX, HE3BOPOTHIX YCKIafHEHD
3aXBOPIOBAHHA, JiTH 3 CUMITOMHUM Ta aCUMITOMHUM Iiepe6irom
HOTPe6YIOTh BIKOHAHHSA PETEILHOTO 1 Pery/IApPHOrO MOHITOPUHIY
CTaHy 3710poB’sL. JJiTsAM 3 HasIBHICTIO CUMIITOMIB HEOOXiTHO pU3Ha-
4aryt pepMEHTHY 3aMiCHY Tepalriio. Y IUX MeperAaHyTUX PeKOMEeH-
FalLlifAx posLUIMpPUIN IPYIy AiTeil 3 XBopobolo Tole, AKMX cTif 06-
CTeXYBaTU Yepe3 PeryasapHi iHTepBanu yacy. bynu Bkiarodeni gitu
3 HelIpomaTH4Ho0 (HOPMOI0 3aXBOPIOBAHHA Ta 3 IATOJIOTIEN, 110
3HAXOJMTHCA B JOCUMITOMHOMY Iepiofti. Ha ocHOBI mokpaienoro
PO3YMiHHS IPUPOFHOTO epebiry xBopobu lole B AUTAIOMY Birji
Ta JAHUX JOBrOTPUBA/IOTO CIIOCTEPEXXEHHSA Pe3y/NbTaTiB i HaC/iI-
KiB Q)epMeHTHol' 3aMicHoi Tepamil p03p06neHi pexoMeHpalii moxo
IIpOBeIeHHA TOJATKOBOI OLIHKY CTaHY KiCTOK (BUMipIOBaHHSA Mi-
HEPaJIbHOI iIbHOCTI KiCTKOBOI TKAHMHM Yepe3 BUCOKY PO3IIOB-
CIOJKEHICTh HU3BKOI I[iIBHOCTI KicTOK) i pocTy giteit. Takox Oyam
3a3HaYeHi IPMHIVIIM KOPUTYBAHHA JO3U Tepamii.

ITopsaxa. PinaHcyBaHHA 3i0paHHA, Ha AKOMY OyaU CTBO-
peHi 1li pekoMeHalLii, 3/ifiICHIOBaIOCA HeoOMEXEeHUM TPAaHTOM
Genzyme Corporation. Genzyme Tako>X Hajilana MeIMYHY IMCh-
MOBY mifTpuMKYy Bif Fransvan Huizen, foxropa dinocodii, ta Lisa
Underhill, marictpa Hayx Mi>KHapogHOr0 MefUIHOTO BiJiy.
Genzyme He MajIa BU3Ha4a/IbHOI PO y po3poO1li JaHUX peKOMeH-
Halliil 9u IPUITHATTI pillleHb 100 MOJAHHS PYKOINCY MyO/TiKaIil.
Ycimornapy Ta iHCTPYKLii 3 TIKyBaHHSA € BUK/TIOYHO aBTOPCHKUMIM.

Kondmikr intepecis. Paige Kaplan orpumas rpanTu ta ro-
Hopapu Bifi Genzyme. Hagit N. Baris orpuMaB rpanTu Ta rono-
papu Big Genzyme. Linda De Merlier orpumana Busaropogy Bij
Genzyme. Maja Di Rocco orpumas Bunaropopy Bif Genzyme
i Actelion. Amal El Beshlawy orpumas Bunaropopy Big Genzyme.
Martina Huemer oTpumana ronopapu cnikepy Big Genzyme. Ana
Maria Martins oTpumana i TpUMKY JJ14 Bi[iBilyBaHH:A KOHTPecy
i roHOpapu B AKOCTi KOHCynbTaHTa Bifi Genzyme. Ioana Nascu
oTpuMaina BMHAaropony Bix Genzyme. M. Rohrbach orpumas He-
oOMexeHi rpaHTy Ta/abo roHopap Bix Actelion, Genzyme Ta Shire.
Lynne Steinbach orpumaina Bunaropopy Bixg Genzyme. Ian J. Cohen
OTpMMaB IpaHT i roHopapu Bif Genzyme.
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Nogamok 1.

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

disease. May 2016.

Jla6opatophi
NOKA3HWKM

OuiHka cTaHy neviHku:

OuiHka cTaHy KicTok:

OuiHka cTaHy nereHs:
OuiHka y piTei:

Nogamok 2

MepBuHHA ouUiHKa Nig Yac AiarHOCTUKM,
* 3aranbHuit aHanis kpoBi: 0608'93k0BO reMornobiH, NeNKoLMTH, TPOMBOLUTH.
* MokasHuku pynkuii nevinku (AJIT. ACT, LD, [TT), nokasHukmu dyHKUii HUPOK (KPATUHUH, CEHOBMHA, ENEKTPONITH).
* piBeHb ioMapkepis (QHrOTEH3WH- NepeTBOPIOIOYMIA PEPMEHT, TAPTPAT- pe3UCTEHTHA kucna pocdatasa, XiTpoTprosnuaasay.

* pepuTHH, cpoBaTKOBE 3aNi30, NiNian (0co6NMBO XONECTEPUH BUCOKOI WinbHOCTI), koarynorpamma (ocobnuso npoTpombiHoBHi
TG TPOMBONNACTUHOBMIA YaC), IMyHOrNOBYRIHM.

o CKpMHIHT Ha HAAABHICTb NowMpeHoro $ibpo3y uu unposy: 06'emHa MPT abo KT- o6cTexeHHs opraHis 4epeBHOi MOPOXHUHH,
YNbTPA3BYKOBE AOCAIAXKEHHS, HeiHBa3MBHA enacTorpadis (GibpockaHyBaHHs) 0cobnueo y nauienTis, ski nepeHecnu
ChneHeKTOMilo.

* MownpeHui GiBpo3 un UMPO3 NEYiHKK: HANPABNEHHS B KAiHIKY renatonorii
* 06CTEXEHHS NALIEHTA HO HASBHICTb NOPTANLHOI FiNePTEH3Ii Ta CYNYTHIX YCKNGAHEHb;
* CKpMHIHT HO HASBHICTb renaTouenionspHoi kapunHomu (LK)

* fnepHo-MarHiTHO-pe3oHaHcHa ToMorpadis HUXHIX KiHLiBok a6o/Ta nonepekoBoro eiaainy xpebTa, cTerHa, romMinku i nne4osoi
KICTKM (iHWi KiCTKM 3a1€XHO Big CUMNTOMIB).

* MinepanbHa winbHictb Kictkosoi Tkanuuu (MLLLKT), kinbkicHo ouiHeHa 3a LONOMOroOO ABOXEHEPreTUYHOI PEHTIEHIBCbKOI
abcopbuiomertpii (JEPA).

* KinbkicHa Bisyanisauis ximiunoro 3cysy (KBX3): kinbkicHa metoanka MPT, sika BUMipIO€ BMICT XMPY B KICTKOBOMY MO3KY OCbOBOTO
ckenery

* BusHauenHs Bitaminy D 8 kpoBi.
* PeHTreHorpadiyHe AOCNIAKEHHS CTETHOBOI KICTKM, TA30BUX KiCTOK, BCbOTO Xpe6Ta Ta iHWMX CUMNTOMATUYHUX AiNsHOK

* OsHaku nereHeBoro cepus(HeNPOAYKTUBHUM KALLENb, 3AAMLIKA, 3HAXKEHA TONEPAHTHICTb 0 Gi3MYHMX BNpaB): gonnaepiscbka
exokappiorpadis, peHtreHorpadis rpyaHoi knituhu, KT 3 BUCOKoIO po3ainbHOIO 3AATHICTIO ANS rPYAHOT KAITUHK, 0cobnuBo
Y NAUIEHTOK, SIKi NEPEHECU CNNEHEKTOMII0, MeTOAM 06CcTeXeHHs GYHKLi 30BHILIHbOrO AUXAHHS.

* KoarynsiuiiHui ckpuHiHr

* CimeitHe obcTexeHHs: 0buasa 6aTbku Ta BCi 6paTH i cecTpu MaloTb NPOMTH TECTYBAHHS

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

MepernsaHyTi miHimanbHi pekomeHaauii A0 OLIHKM CTAHY 34,0POB’ AiTeil 3 He HeilponaTUuHOI0 GOPMOIO XBEOPO6U

lowe.
MauieHTH, wo otpu-

Mauienty 3 BiacyTHicTio MauienTy, wo otpumy- Ha MoMeHT
.. CMMNTOMIiB, LLLO He OT- MytoTb ¢epMe.HTHY 10Tb GEPMEHTHY 3AMICHY  3MiHW go3y-
Yci NAUiEHTH 3AaMICHY Tepanito, ane .
PUMYI0Tb bepPMEHTHY e He pocarn Tepane-  TEPANIO TO BXE gocarnu BaHHS 060
O6cTexeHHs NpHiNepevH- 3aMmicHy Tepanito = Tep TepaneBTUYHMX Linen CYTTEBUX
HOMy OrnAgi° BTMYHMX Linei KRIHISHAX
KO')KHi .'|2 KO)!(Hi ?4 KC?)KHi_é KO?KHi '12 KoxSHi 6'-12 Koxrli 12-24 yCKAaAHeHb
Micauie Micsaui Micsuis Micsuis Micsuis Micsuis
Meganunuit ornsg, B TOMy YMcni oLiHKa X X X X X
po3euTKy (3picr, Bara)
Temorno6ix X X X X X
TpomBouutu X X X X X
E:;:ia”“'(” MpoTpombiHoBMii vac
TQ 4aCTKOBMI Tpombon- X X X X
NACTMHOBMH 4AC Y XBOPUX
3 KPOBOTEYAMM
Bioximiuni Xitotpuosnpasa/CCL18/
nokashuku | TPKO/ANP X X X X X
BHyTpiLuHi O6'em cenesinku® X X X X
OpraHu O6'em neyinkm® X X X X
MPT (T1-38axeHe
306paxeHHs xpebTa; X X X X
T1-38axeHe 306paxeHHs
Crener FONOBM TA CTETHOBOI KiCTKM)
OEPA (Z-I‘IO.KCI:!HMK xpebTa X X Xt X
T BCbOTO Tina)
Binb X X X X
SkicTb XMuTTA SF-36', PedsQL [65] X X X X

unKidscreenR [58]

a. [lns TMX napaMeTpiB OLiHKM, 4O 3HAXOAATLCS B MEXAX HOPMM A 4GC NOYATKOBOrO AOC/IAXEHHS, NOBTOPHY OLiHKY Yepe3 6 Micauis npoBoanTH He Tpeba.

6. Poamipu cenesinky Ta ne4iHkm 6axaHo Bu3Havati 3a aonomoroto MPT. Y3l MoxHa BukopuctoBysaTy 3a sigcytHocti MPT a6o ans oTpUMaHHS NPMBAM3HMX pe3ynbTaTis.

8. KoXHoro poky A0 AOCSrHeHHS NOKA3HMKIB HOPMM; MOTIM A1 XBOPHX, LLO OTPMMYIOTb NiKYBAHHS, BOCNIAXEHHS BUKOHYIOTb KOXHI 3 poku. HeobxigHo nopisHioBatu pesynstati
3 BiANOBIAHMMM 3HAYEHHSM HOPMM A5 BiKY TO CTATI NALiEHTA.

r. Kopotka ¢popma onutysansHuka crany 3gopos’s (SF-36) Mae o6MexeHe 3aCTOCYBAHHS y MANEHbKMX AITEH.
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Nogamok 3

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

MokasaHHg Ao noyarky ¢pepmeHTHOI 3amicHoi Tepanii
Y AiTe 3 HASBHICTIO CUMNTOMIB

HaseHicTb ogHoro abo binbiue 3 HACTYNHUX KPUTEPIiB:

* BcraHoBneHHs piarHo3y xsopobu 3 HaseHicTio cumnTomis go 20-piuHoro
BiKY

* Taxka anemist (Hb < 8 mr/an)

* Taxka tpombouutonenis (< 60000 knitun/mn)

* Jleikouutn < 3000 knitnH/mn

* CMMNTOMHG NaTONOris KiCTOK (KiCTKOBI KPU3M TG OCTEOHEKPO3 B AHAMHE3)
* AKTuBHQ naTonoris KicTok (Moxe ByTH acMMNTOMHOK)

* 3HMXeHHs WBMAKOCTI pocTy Ta/abo 3aTpumka pocty

* 3aTpUMKA CTATEBOrO AO3PIBAHHS

* HasBHicTb pigHnx 6paris uu cectep 3 TAXKUM nepebirom saxsopio-
BOHHS, WO NoTpebyoTb NpU3HAYeHHs depMeHTHOI 3aMicHoi Tepanii

* TeHOTHN, WO BUKNMKAE TAXKMUM Nepebir 3aXBOPIOBAHHS (HaNp1knag, Ha-
aBHicTb MyTauii L444P yu DAOGH)

* 3picT < 5-ro nepueHTHns abo CyTTEBE 3MEHLIEHHS LWBUAKOCTI POCTY

¢ Z-noKa3HMK MIHEPanbHOI WiNbHOCTI KicTKOBOI TkKaHMHM HUxu4e 2,0 [59]

* O6’em cenesinku > 2,0 MN, 06’em nevinku > 2,0 MN

Nogamok 4
The Belgian Working Group on Gaucher Disease,
Guidelines for diagnosis, treatment and monitoring of
Gaucher's disease. May 2016.

TepaneBTuuHi Wini ansg girei

Dopocni: nokpaweHi sHavenns Hb, o670 pisHi Hb >100 r/n,
pocarnyTi go 1-2-ro poky ®3T

—— [itv: nokpaweHi sHavenns Hb, To67o pieni Hb >110 r/n, gocsr-
HyTi Ao 1-2-ro poky ®3T
MauieHTH, 5Ki nepeHecnyn cnaeHekTOMitO:
Tpombouu- | Jopocni: >100000/mm® go 1-ro poky ®3T
ToneHis IHTaKTHA cenesiHka:
Mouatkoee 3HaueHHs >60000/mm®:
Dopocni: 36inbwenns 8 1,5-2 pasu go 1-ro poky; >100000/
MM® go 2-ro poky D3T. [litu: 1i cami
Mouatkose 3HaueHHs <60000/mm®:
Tenatome- | Jopocni: 36inbwenns & 1,5 pasu o 1-ro poky; noasoeHHs
ranis A0 2-ro poky P3T. [litu: Ti cami

Dopocni: 3HM3uTH 06car nevinkn Ha 20-30% ao 1-2-ro poky
i Ha 30-40% ao 3-5-ro poky P3T; niatpumysatu obcsr ne-
yinku B 1,25 pasu Huxye Hopmu. [itu: Ti cami

Anemis

TpombouuTto-

neHis

lenatomeranis

CnneHomeranis

Kictkosa
TKQHMHA

AKTHBHICTb

XiTPOTPUO3K-

aasu:

Nogamok 6
PucyHku A0 TekcTy

Dopocni: 3Hn3uTH 06car Ha 30-50% po 1-ro poky i Ha 50-

ﬁ::::i:- 60% B0 2-3-ro poky 0?3T; niaTpumyBsaTh O6FS|F cenesiku y 5
pasis Huxue Hopmu. [liTh: Ti cami; ycyHyTH rinepcnneHism
Dopocni:
* KBX3 F>23% ta/abo
* 3MeHWeHHs nokaszHuka BMB (3a pesynstatom MPT) wowai-
Kicrkosa | MeHwe Ha 3 6anu nicna 5 pokis P3T y nauienTis 3 nomipHo
TKQHuwa | BMPaxeHoio xBopoboio Ta/abo
¢ 3nimok JEPA: Z-nokasuuk MLLKT <2,5 SD
Oitu:
* 36inbwenHs MLKT go 2-ro poky ®3T
* [locsirT HOpMAnbHOI 4K iAeanbHOI NIKOBOI CKENETHOT MAcK
Pict opra- Litn: pocartm HanexHoro 3pocty 3riiHO 3 NonynsUIMHUMM
HisMy HopMamu npotarom 3 pokis nikysarks; [locartu HopmansHoro
no4aTKy cTaTeBoi 3pinocTi
2:;:‘::':2 }J,f)pocpi: <l.5 000 abo <7 500 y Hociie xiToMmyTauii
Litu: Ti cami
31pa3m:
Jlogamok 5

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

Crab6inizauisa pitert Ha P3T

Dopocni: amina <0,5 r/pn (5 r/n) npotarom octauHix
wecty micauis P3T
Bupanena abo iHTakTHA cenesiHka:

Hopocni: cTaH sanuwaeTses cTabinbHUM NPOTAroM oc-
TaHHix 12 micauie ®3T 30 TpbOMa BU3HAYEHHSMM NOCAINb

3MiHa MeHW Hix Ha 15% npoTsirom ocTarHix 12 micauis

3MiHa MeHLW HiX Ha 15% npoTsrom ocTanHix 12 micauie

KBX3:

* 3MiHA MeHLL HiX Ha 5% 3a ABOMA BU3HAYEHHSMM
nocnins 6o focsrHyTe NokpaLeHHs nokasHuka BMB

(3a pesynsratom MPT) 36epiraetbcs abo BigcyTHICTb 3MiH
B xpebeTHomy cToBni

¢ 3Himok JEPA: Z-nokasnnk MLLIKT <2,5 SD

<20% 3minu B octanHi 12 micsuis P3T (npuHaimui 2 u-
MipIOBAHHS nocninb

Revised recommendations for the management of Gaucher

disease in children. European Journal of Pediatrics (2013)

6

Kon6a Epnenmeriepa

Puc. 1. a. IndineTpauis kictkoBoro mosky Ha 306paxenHi MPT. 6.
Kon6onopi6xi aedpopmauii EpneHmeiiepa Ha peHTreHONOTYHOMY 3HIMKY.
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Puc. 2. 3minu pieHs Tpom6ouuTie Ta remorno6iHy B 3aneXHocTi Big yacy (B pokax) nikyBaHHs imirniouepasoto/anrniouepasoio. BinteopeHo 3 gozsony
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Puc. 3. 3minu po3mipis neuiHkm Ta cenesiHKy B 3aneXHOCTI Big Yacy (B pokax) nikyBaHHs imirniouepasoio/anrniouepasoio. BigreopeHo 3 gossony
AnpepcoH Ta iH. (Anderssonetal) [1]. Aani 884 pitei, wo 3anyuyeHi go Peectpy nauientis 3 xsopo6oto Mowe, craHom Ha 6 ciuns 2006 poky, sKi many iHTAKTHY
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Puc. 4. 3minun Z-nokasHukis 3pocry Ta MLLLK xeopux B 3anexHocri Big uacy (B pokax) nikyeaHHs imirniouepasoio/anrniouepasoio. BiareopeHo 3 gossony
AunpgepcoH Ta iH. (Anderssonetal) [1]. Aani 884 pitet, wo 3anyuyeHi go Peectpy nauientis 3 xsopo6oto Mowe, craHom Ha 6 ciuns 2006 poky, sKi many iHTAKTHY
cenesinky Ta oTpumyeanu imirniouepasy. axi Z-nokasHukie 3pocty gocrynHi Big 702 nauieutie (5602 cnocrepexeHs); aaxi Z-nokasHukie MIKT - sig 127
nauientis (244 cnocrepexeHHs).

Nogamok 7
The Belgian Working Group on Gaucher Disease,
Guidelines for diagnosis, treatment and monitoring of
Gaucher's disease. May 2016.

ITpoTOKON MOHITOPMHTIY ypa>KeHHS KiCTOK y Mal[i€HTiB 3 XBO-
po6oto Tome:

IToka3sHMK KicTKOBOro Mo3Ky (mokasuuk BMB).

3a ganumn g-pa F. Van Hoenacker, UZA, AuTBeprieH, B CIiBII-
paui 3 5-pom M. Maas, AMC, AMcTepaaM.

Memoo:

HamniBkinbkicHa MeTOAMKA JO3BO/AE pO3paxXyBaTy MOKAa3HUK
indinprpanii kicTkoBoro Mo3ky Ha mifcrasi sHiMKy MPT xpe6ra
Ta CTETHOBOI KiCTKM.

IlepeBaraMu 11bOTO TiIXONY €:

OuiHI0€eTbCA He TiNMbKY HepudepUIHIIL, a TAKOX OCbOBIIT CKe-
net (cBOoeyacHe BUABJIEHH:A IATOJOrii kicTkoBOro Mo3sky). Lo
METO/IMKY MOYKHa JIETKO BMKOHYBaTy B KO>)XHOMY IleHTpi MPT.
[t MeTORMKa Ma€ Ha/Ie)XHY BapiaOe/IbHICTh Pe3y/IbTaTiB B OZHOTO
TOCNiJHUKA Ta Y Pi3HUX HOCTiZHUKIB.

IIpoTokon:

1) CariransHa mnomuHna, TSE T1-WI nonepexoBoro Bigginy
Xpe0Ta, TOBIIMHA 3pi3y 4 MM

2/ CaritanbHa mnomuHa, TSE T2-WI nonepekosoro Bigainy
xpe6Ta, TOBIIHA 3pi3y 4 MM

3) Koponanpua mnomuna, T1-WI ta T2-WI 060X crerHoBux
KicTok (Biff TOTOBKM KiCTKM 10 JMCTaIbHOTO KPalo), TOBIMHA
3pidy 5 MM 4) Heo60B13k0B0: KOpOHa/IbHA IJIOLIVHA, HACHYEHH
curHany Big sxupy, T2-WI a6o STIR (crerHoBoi KicTkn)

CucremMa OLiHKM:

Mertoj OLiHKM CTaHY KiCTKOBOTO MO3Ky (moka3HuMK BMB)
Ta {HTepIpeTalis pe3y/nbTaTiB HaBefeHi B TabMNIsAX 1 1 2 HIDKYe.
[TokasHMKY MOTIEPEKOBOrO Biffiiny xpebTa Ta CTerHOBOI KiCTKM

CKJIaZlaloTh Pa3oM i OTPUMYIOTh 3arajabHy OLIiHKY MaKCUMyM 16
(cTerHoBi KicTKM — BiciM, omepeKkoBuit BifAin xpedra — Bicim).
Bummit mokasuuk BMB o3Hawae 6ibln TsXKKe ypajkeHHs KicT-
KOBOT'O MO3KY.
I xoHTpONbHOrO aHanmisy S Vom Dahl, Lw Poll et al. o6panu
3MEHILEHHA Ha 3 6a/nu B AKOCTI XOpouIoi BifjlIoBifi 3 95-HUMU 10-
Bipunmu iHTBepBanamMuly

Ta6nuusa 1 NMokasuuk BMB cTrerHoBoi Kictku

A. lHTeHcUBHicTb curHany* Mokasxuuk BMB

T2-WI rinepiHTeHcuBHMiMA 2
T2-WI 3nerka rinepiHTeHCHBHUIM 1
T2-WI i3oiHTeHCcHBHMM 0
T2-WI 3nerka rinoiHTeHCHBHMIM 1
T2-WI rinoiHTeHcHBHMMA 2
T2-WI aMiwaHuii tun 3
TI-WI 3nerka rjnepiHTeHCMBHMﬁ abo 0
i30iHTEHCUBHMM

T1-WI 3nerka rinoiHTeHCHMBHMIM 1
T1-WI rinoiHTeHcHBHMIA 2

* BU3HAHYQETbCSA LOAO IHTEHCMBHOCTI CUTHANY MiALWKIPHOTO XMPY

B. RiniHKu1 ypaXkeHHs Moka3znuuk BMB
Jiadis 1
Mpokecumanshuii enidis/anodis 2
Hictanbhuii enigis 3

Ta6nuus 2 NMokasuuk BMB nonepekoBoro Bigainy
xpeb6Ta

A. lHTeHcUBHicTb curHany* Mokasxuuk BMB
T2-WI rinepiHTeHcuBHMiMA 2
T2-WI 3nerka rinepiHTeHCHBHMIMA 1
T2-WI i3oiHTeHcHBHMM 0
T2-WI 3nerka rinoiHTeHCHBHMM 1
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T2-WI rinoiHTeHCHBHMIM

T1-WI 3nerka rinepiHTeHCUBHMMA

T1-Wl izoiHTeHcuBHUM

T1-WI 3nerka rinoiHTeHCUBHMIMA

T1-WI rinoinTeHcusHMM

2
0
1
2

3

* BU3HQYQETbCA LWOARO iHTEHCMBHOCTI CUrHANY 340POBOro MixxpebLesoro aucky

B. Cxema iHdinbTpauii

BorHnwesa indinbTpauis
OudysHa indinbTpauis
BiacyTHictb xupy B obnacti BeHu Tina xpebus

Nogamok 8

Nokasuuk BMB

1
2
1

KictkoBa gencuromerpis (MIITKT):

Memoo:
TIEPA

Inmepnpemauis pesynomamis:

3a maHuMy Mi>XXHapogHOTro TOBapUCTBa KIiHIYHOI JeHCUTOMe-
Tpii ocTeoneHis BusHayaeTbcs AK Z-nokasHuk MINKT nmikyge -1,5
A4 O4iKyBaHOTO BiKOBOTO Aiana3oHy. OcTeonopos BU3HAYAITh
Ak Z-nokasHuk MIIKT Hukye -2,0 1714 04iKyBaHOrO BiKOBOTO
HiallasoHy B IO€/IHAHHI 31 SHAYHMMM IIepeJIOMaMM B aHAMHe3127

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

OuiHKa TAXXKOCTI 30XBOPIOBAHHS TA BiANOBifi HA NIKYBAHHS Y fopocnux i3 xeopo6oio lNowe 1-ro Tuny
3 BUKOPUCTAHHAM BANIJOBAHOI CUCTEMU OLLIHKM TXKKOCTi XBOopo6u (DS3).
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Bemyn

Iaunit yHibikoBaHMI KTiHIYHII TPOTOKOMI PO3POO/IEeHMIT Ha OC-
HOBI aJlalITOBaHOI KJiHiYHOI HACTaHOBM, 3aCHOBAaHOI Ha JJOKa3aXx,
«XBopoba llome», B sKilt HaBefieHa HallKpalla IPAKTIKA HaJlaHH
MeIWYHOI JOIIOMOI'M ITalliEHTaM 3 XBOp06OIO Tomre. IlonoxxeHHs
yHi(iKoBaHOTO K/TiHIYHOTO IIPOTOKOY CIPAMOBAHI Ha CTBOPEHHS
€[11HOI KOMIUIEKCHOI Ta e)eKTUBHOI CUCTeMMU HalaHHA MeIUYHO]
momomory, mo6yfoBaHoi Ha oKa3ax, nalieHTaM 3 xBopo6oro [ome
Ta OXOIUIIIOTD Bci eTamu. 3axonu 3 IpodiTakTUKM, CBOEYACHOTO
BUAB/IEHHs JAaHOTO 3aXBOPIOBAHHA Ta a/IeKBATHOTO MiKyBaHHA
NO3BONMATH CYTTEBO MOMIMNIIUTU AKICTH Ta 3MEHIUUTU BUTPATH
Ha MeJIVYHY JOTOMOTY.

OsHalloMUTHCA 3 aJalITOBAaHMOIO K/IiHi9HO HACTaHOBOIO «XBO-
poba lomre» MoxcHa 3a mocuIaHHAM http://www.dec.gov.ua/mtd/
reestr.html.

Ha MoMmeHT po3po6OKu faHoro yHiikoBaHOro KIiHI4HOTO Ipo-
TOKOJTY BCTAaHOBJIEHH1/TIiATBEP/)KeHH 1 iiarHo3y «XBopoba [orue»
Ta MpMU3HauYeHHA (pepMeHTHOI 3aMicHOI Tepamil 3HiiCHIOETbCA
y HanionanbHiit guradiit cnenianizosaniii nikapai «OXMATIOWNT»
MinicTepcTBa OXOPOHM 3[OPOB’A YKpaiHu.

I. MAGNOPTHA YACTHHA

1.1. TiarHo3: xsopo6a omre

1.2. Kog MKX-10: E75.2

1.3. IIpoTokon npusHadeHnit 74 NiKapiB 3arajbHOI NPaKTUKNU
— CiMelTHMX MiKapiB, TepaleBTiB 1i/IbHNYHLX, TiKapiB: efiarp, me-
JiaTp LiNbHUYHUIL, T€MATO/IOT AUTAYMIL, TEMATOJIOT, OPTOIE-TPaB-
MaTOJIOT, TeHEeTHUK, TabOpaHT-TeHeTUK, IHII MeANYH] IpalliBHUKY,
AKi HaAI0Th JOIIOMOTY HaljieHTaM 3 xBopoboro [ore.

1.4. MeTa IpoTOKONY: BU3HAYEHHsI KOMIIIEKCY 3aXO0AiB 3 Mpodi-
JAKTUKY, PAHHbOTO BUABJIEHHA, JiaTHOCTMKM Ta JIiKyBaHH:A XBO-
pobu Toute y fiiTeit Ta FOPOC/INX, KOOPAMHALIS TA CTAHFAPTU3ALIISL
MeJMYHOI JOIIOMOTY TalieHTaM 3 XBopoboro Tore.

1.8. Emigemionoriuna indopmania

B enexrponHiit 6asi Llentpy opdannux saxsopobanb Haio-
Ha/IbHOI iuTA40i cienianizoBaHoi nikapHi «OXMATINWT» cranom
Ha 06.02.2018 poxy HapaxoByeTbcs 64 HalieHTa 3 XBopo6oio Tome:
25 pireit Ta 39 mopocnux nauienris. Cepen Hux 3 I-m Tumom -61
ocoba (23 gitet, 38 gopocnuit), I1I-m Tiom - 3 ocobu (2 guTKHa,
1 mopocnmir). I1-it (HeitpomaruyHmit) Tui xBopobu loure 6yro gia-
THOCTOBAHO Y 3 [iiTeli, BCi IOMEP/IM Y IePILi POKM XKUTTS.

Cepep HacenenHsa 3axigHoi Ta CxigHoi EBponu yactora XTI
cranoBuTb Bij 1:40000 mo 1:60000. Heitponaruunuii Tun XI' 3y-
CTpiva€eThcsA 3HaYHO pipie i cranoBuTh Bif 1:50 000 go 1:100000
HaceJIeHH 1.

II. 3ATANIbHA YACTHHA

XBopoba Toure (XI') - 1je crafKoBe MaHeTHIYHe 3aXBOPIO-
BaHHS, 1[0 3a3BUYall BUABIAETHCSA B AUTUHCTBI Ta 00yMOBIeHe
mediluTOM aKTUBHOCTI 1i30COMaIbHOTO (hepMEHTY ITIOKOLiepe-
Oposuasu. YCIagKoByEThCS 32 @y TOCOMHO-PELleCUBHIM THUIIOM,
IPUYMHOI € AedilnT 1i30COManbHOrO GepMeHTy KMCIOI B-ITI0KO-
3upasu (roKonepebposnnasm). Lle mpu3BoanTh O HAKOIIMYEHH T
cybcTpary, rmoko3unnepaminy (rmoxonepe6bpos3nsy), B 1i30co-
Max Makpodaris Ta iHIINX KIIiTHH, HAIPUKIAJ, OCTeOOIACTIB.
3anoBHeHi nimigamMu «knituHy ome» aKyMyn00TbCA B pi3HUX
TKaHMHAX i opraHax, 0c06/IMBO B cenesiHl, MediHIyi, KiCTKOBOMY
MO3KY, JIET€HAX Ta MO3KY.

3araJbHONPUITHATON € KIiHiYHa K1acudikalis Ha TpU Hif-
tynu: Tun I (HeHeiiponaryanuit, Katamor gpeHoTHIOBUX MapkepiB
nmopuay (MIM) 230800), Tvm II (rocTpuit Heitponaruynuit, MIM
230900) ta tumn III (xponiuamit Heftponariyrmit, MIM 23100).

OsHaky Ta CUMIITOMM HeHelpomaTiyHoi Gpopmu xBopobu Tome
Yy HiTeil BK/IIOYAIOTh CIUIEHOMETaIio, TellaTOMeTraio, TpoMbomu-
TOIICHi10, aHeMiIo, BiicTaBaHH:A Y Qi3MYHOMY Ta ICUXOMOTIYHOMY
PO3BUTKY, 3aTPUMKY 3POCTY i CTaTe€BOTO JO3PiBaHHSA, OCTEOIIe-
Hilo, iHTeHCMBHI 6071 y KicTKax (TocTpi KiCTKOBI Kpu3y) Ta 4acTi
nepenomu. IIpu HeneitponaruyHiit Gpopmi XI, mo 9acTo HeBipHO
OMNCYIOTD SIK IIATOJIOTII0 JOPOCIOro BiKY, y 61bIIOCT] MallieHTiB
CUMIITOMM NIPOAB/IAKTHCA B JUTUHCTBI, a [ilarHO3 BCTAHOB/IIOETHCS
y Billi fo 20 pokiB. PaHHiil OYaTOK 3aXBOPIOBAHHA aCOL[IIOETHCA
3 GI/IBII TAKKUM IepebiroM Ta BUCOKMM PUSMKOM IIOABY IIATOJO-
FiYHMX yCK/IajHeHb. Y 75% MalieHTiB 3 HAABHICTIO CUMIITOMIB,
SKi HE OTPUMYBA/IM IIATOT€HETUYHY TEPAIIil0, CIOCTEPIraBCs Cy-
OOITHMAIbHUI PO3BUTOK OpraHismy, 34-42% 3 HUX Hepe6yBaOTh
Ha piBHi a60 HIDKYe IIATOrO HepLeHTIIo o 3pocTy. Ha MoMeHT
IIOCTAHOBKMU 1iarHo3y y 6i/b1r Hixx 80% fiTell Bifj3HaYaeTbCA CIITe-
HOMeraJlis, TelaToMeraisa Ta natonoris Kictok. Cepep gitei, Aki
He OTPUMYIOTb IIaTOT€HeTIYHOTIO IIKyBaHH, CepefHill 06'eM cere-
3iHKM 61/1b1I HIXX B 20 pasiB mepeBarkae MOKa3HMK HOPMI, a Cepefi-
Hiit 06’eM IeYiHKM — B iBa pasy OIIbIINIT 32 HOPMaIbHUIL PO3MIp
OpraHy, XapaKTepHUII [/ JaHOTO BiKy i Baru. ¥ ~ 60% mifmiTkiB
3 HeJliKoBaHOI0 XBOpo6oto ollle criocTepiraeThes 3aTpUMKa CTaTe-
BOT'O PO3BUTKY. AHeMis Ta Jerka abo IoMipHa TPOMOOLMTONEH] ,
acoliifoBaHi 3 rinepcruieHieo, mpucyTHi npubnusHo y 40% pireit.
AHeMis € OIHi€I0 3 OCHOBHUX IIPMYNH BTOMIU, @ TPOMOOLIMTOIEH]
361i/IbIIIY€E CXMIBHICTD KO MOSABY KPOBOTEY (B TOMY YMCIIi — YACTUX
HOCOBUX KPOBOTEY) Ta CHHIIB.

ITaTomoris KicTOK cipMYMHEHa HAKONMYEHHAM KniTuH lome
B KICTKOBOMY MO3KY, I/TIOKOLIepeOpOs1Ay B 0CTe00/IacTax Ta, 3TiffHO
3 OHI€I0 3 TEOPIi — Ji€I0 IUTOKIHIB, 0 BUPOOIAIOTHCS VMU KITi-
TrHaMu. Ha MOMEHT OCTaHOBKY fiarHo3y, y mpubnusuo 80% mireit
3 XI' HassBHMII IIJOHAVIMEHIIIe OfVH 3 BifIOMMX TUIIiB KiCTKOBOI Ia-
tosoril. Jlesiki ZiTy CTpa’kFAl0Th Ha XPOHIUHMIT 6i/b y KiCTKax Ta/
a60 KicTKOBi Kpu3y (TOCTpuMIi IOYATOK, TPUBAII Hamagu 60O, 1110
Ma€ TYINIT XapaKTep CIIOYATKY i Hafla/li CTa€ HECTEPIIHUM; 3a3B1-
Jajl mepefye MOABI OCTEOHEKPO3y Ta IepenoMis). MinepanbHa
WiTBHICTH KicTkoBOI TkaHyuHu (MIIKT), Maca Ta ToBIIMHA KOp-
TUKA/IbHOTO IIAPY 3a3BMYall aHOMA/IbHO HU3bK.

XT tunis II ta III mae nopi6Hmit maToreHes, 1o BifIpi3HAETbCS,
rOJIOBHMM YMHOM, 32 CTYIIEHEM HEBPOJIOTi4HOI fereHepanii -
IIBUKUI/TOCTpUIL ITepebir xapakTepHuit i Ty 11, xporiaHmit/
migrocrpuit — o iy 111 Toctpa Heliponariysa xBopo6a lomme
(tumn II) sycrpivaerbes gysxe pinko (1:500000-1:100000) Ta € maner-
HiYHOI0. XBOpi AiTV MOXYTb 6yTH 3TOPOBUMI IIPU HApOMIKEHHI,
aze o 2-piuHoro BiKy (YacTo Habarato paHilie) MpOSAB/IAOTHCA
CUCTEMHI Ta HEBPOJIOTiYHi O3HAaKM IATOJIOTi], AAKi CTPiMKO Hapo-
CTaloTh. binbLIicThb fiTell MoMuUpae B Mane4oMy Billi, esAKi — BHY-
TpiHIHbOYTpO6HO, iHIIi - Yepe3 [eKi/IbKa POKiB Mic/IA HApOJI>KEHH .

XBopoba llome tumy III mposABIAETbCA B pAHHBOMY FUTUHCTBI,
4acTO Ma€e CUMIITOMM TORi6HI o Tumy I Ta moBinpHO mporpecy-
104MIi TTepebir, 1o YacTo MPU3BOAUTD [0 ETATbHOTO HACTIKY
Ha IpyroMy Ta TPeTboMY flecATUpivyi >xutTTA. Taki HeBponoriuni
O3HAKU, K TOPU30HTA/IbHA OKY/IOMOTOPHA allPaKCisl, HOPYIUEHH
HOITIAAY 110 BEPTUKA/IbHII TiHii, aHOMa/IbHO IIOBi/IbHE CTEXXEHH
3a 06'€KTOM Ta KOHBEPreHTHa KOCOOKICTb 3a3BMYall IPOSABIAIOTbCA
Y paHHbOMY AMTMHCTBI, ajle MOXYTb TAKOX 3'B/LATUCA 1 ITi3HiIIe.
IIns xBopo6bu lome tumy III 6yna po3pobneHa Ikaaa OLiHKY
TAXKKOCTi 3aXBOPIOBAaHHA 1 BU/Ii/IEHO LIIOHaJIMEHILEe TPY i TUIIN.

Y mauienTis 3 nigrunom Illa cnocrepiraerbcsa nmporpecyoda
HEBPOJIOTiYHA ITaTOJIOTiA 3 MiOK/IOHYCOM Ta JleMeHLi€0.

XBopi 3 migrunom I1Ib MaloTh 3Ha4Hi Biclepa/bHi Ta cKeleTHI
ypakeHHs, TORI6HI o cuMnToMiB TNy I 3 TSXKKMM mepebirom,
3 HasABHICTIO HeBPOJIOTiYHMX O3HAK (IIepeBaXKHO TOPM30HTaTbHUI




HaLAfepHMII TTapaid MOIIALY), IO MOXYTb 3 BATUCS A0 a60
ITiC/IA TIOABY COMaTMYHUX O3HAK Ta cuMNTOMiB. KicTkoBa maTono-
ris 3a3BUYall MpefCcTaBlIeHa y BUIVLAAL fedbopMaliilt Ipy[HOI KIIiTKM
Ta BUPa>keHOro Kidockomiosy 6e3 cymyTHbOro KicTKOBOTro 60JIi0 un
KiCTKOBMX KPU3iB.

Migryn ITc xBopo6u lole XapakTepu3y€eThCs pisHOMAHITHUMU
HEBPOJIOTIYHMMY 03HaKaMU (BK/IIOYaIo4H rifporedariio), moMyT-
HIHHAM POTiBKM, KaIbLM}iKallielo a0pTH i CepLieBUX K/IAAHiB, 110
TIpU3BOAUTD O XPOHIYHOI CeplieBOi HEJOCTATHOCTI Ta apUTMIil.

11l. OCHOBHA YAGTHHA

3.1. N9 3AKNAQNIB OXOPOHH 310P0BA, W0 HANAHTh
NEPBUHHHY MEJIHYHY flonOMOry

1. MpodpirakTuka

ITonoxeHHA NPOTOKOMY

IonepemxenH: Hapog KeHHA AiTeit 3 XI monArae y npoBefieHHi
MeIVMKO-T€eHETUYHOIO KOHCY/IbTYBaHHA 3 MOLAabLIOI0 MPEKOH-
LIeNLiIHOI0 MiITOTOBKOI Ta/abo IIpeHaTabHOK [ialHOCTUKOIO
y CiMSIX TPyTiu BICOKOTO PM3UKY 3aXBOPIOBAHHSI.

OOrpyHTYBaHHA

BigcyrHi gokasu mopo crnenudivxoi npodinakruxu XI, ane
PpaHHE BUABNEHHA Ta TiKyBaHHA X[ I03UTUBHO BIIMBAE Ha NEpe-
6ir 3aXBOPIOBaHHSI.

ITpu XT' BUABNEHHA TeTEPO3UTOTHUX HOCIiB MyTalii B reHi
ranouepe6p03M)1a3M € Iy>Ke Ba>K/IMBUM, OCKi/IbKY IIPY KOXHill
BaTriTHOCTI Bif 1BOX 6aTbKiB — reTepOSUIOTHMUX HOCIIB PUSMK Ha-
POJI>KEHHSA XBOPOi AUTUHM CTAHOBUTD 25%.

Heo6xinni mii nikaps

1.1. BUsABIATH TPyNU CIIOCTEPEXXEHHS — 0COOU, B POAMHAX AKUX
€ MalieHTN 3 NiATBepIXKeHNUM JiarHo3oM XI, 3 MeTOI paHHbOTO
BMABJIEHHA Ta JIiIKyBaHH:A 3aXBOPIOBaHHA.

1.2. CkepoByBaTu 0ci6, AKi MaIOTb PU3UK HaPOIKEHH AiTeit
3 XI, Ha MeuKo-TreHeTUYHe KOHCY/IbTYBaHHA Ta IpeHaTalbHY
niarHocTuky XI.

2. AiarHocTuka

ITonosxeHHA MPOTOKOTY

JiarHOCTMYHI 3aX0[U CIPAMOBYIOTbCA Ha paHHE BUABJIEHHS
JiKapeM 3arajabHOI IPAaKTUKU — CiMeITHUM JliKapeM/finbHUYHUM
nefiaTpoM/fiTbHUYHMM TepaneBToM o3HaK XI' Ta HampaB/eHHA
IaljieHTa 10 3aK/Iafly OXOPOHM 3[J0POB s, BU3HAYEHOTO /151 HafaHH
MeAMYHOI JOIIoMOrY IaiieHTaMm 3 XI, 3 MeTOI0 BCTaHOBJIEHHS [Tia-
THO3Y i IpM3Ha4YeHH CIellia/IbHOTO JIiKyBaHHA.

OO6rpyHTYBaHHA

B aHaMHe3i XBOpoOM CHOCTEPIraloThCs 3YTTs Ta AUCKOMOPT
B JKMBOTI, paHHE HaCM4Y€HHA DKeI0, BTOMa, TEHEHIiA 10 IOABU
KPOBOTEY i CUHIIIB, CIIOBiNbHEHMIT 260 3arabMOBaHIIT PO3BUTOK
auTuHY, 6071 B KicTKaX, He3a/{0Bi/bHA YCIILIHICTD B IIKOI.

CiMeliHnit aHaMHe3 MOBJMHEH BK/II0YATH iHpOpMaIio mpo Ha-
ABHICTDb pigHUX OpaTiB uu cecTep 3 xBopoboo [olle, KpOBHE CIIO-
PiZHEHHS], eTHIYHY IPVHAJIEXXHICTD, JaHi 070 OIVM3bKUX POJUUIB
3i cIIeHOMerajli€lo, IpOBeeHOI0 CIIJIEHEKTOMi€I0, HaABHICTIO
IIaTOJIOT1I1, CIIOpifHEHNX 3 XBOPoO6olo [ollle — paHHDBOI OABYU CUMII-
TOMiB, Tofi6HMX 10 XBopo6u ITapkiHcoHa, XBOpoOu Ablreiimepa.

Heo6xinHi mii nikaps

0O60B’13K0Bi:

2.1. 36ip aHaMHesy Ta (isuKanabHe 06CTeXEHHS, IIPU LIbOMY OLIi-
HUTY HasIBHICTb TUIIOBUX CUMIITOMIB Ta CUH/IPOMIB, XapaKTepHUX
i XTI (gus.in. 4.1.2).

2.2. CkepyBaTy narieHTa 3 mifo3poro mozno XI' Ha KOHCY/IbTalilo
J10 3aKJIaZy OXOPOHM 3JOPOB’s1, BUSHAUEHOTO /151 HAIAaHHI MeAN Y-
Hoi flonomory nanieHram 3 XI, Bnponosx 10 fHiB.

3. AikyBaHHs

IlomoxeHHA NPOTOKOIY

CrenianbHe nikyBaHHA nanientis 3 XI' Tuny I Ta III 3pificHio-
€TbCs 32 onoMoro ¢epmenTHOl 3amicHoi Tepamnii (P3T). Hosy
nifg6MpaoTh iIHAMBIAYaTbHO BifMOBIZHO O KIiHIYHOTO CTATyCY
Hali€eHTa Ta J10ro MOJIEKY/ISPHO-TeHeTMYHIX OKa3HUKIB. 3a He-
06XiHOCTI IpM3HAYAETbCA CUMIITOMATIYHe NiKyBaHHA. [Ipu XT
tuny Il npusHavaoTh NiATPUMYIOYE ITiKyBaHHAI.

[Ipusnavyenus G3T 3xiiicHIOETbCA ¥ 3aK/Taii OXOPOHY 3T0POB’A,
BM3HAYEHOMY /1 HaJlaHHA MEAVYHOI JOIIOMOTH naiienTam 3 XI.

OO6rpyHTyBaHHSA

OcHoBHMM Ta eeKTuBHUM MeTofoM nikyBanHs XI' € ®3T, ska
IIPOBOAUTBCS MOXUTTEBO.

Heo6xigni pii nikaps

O60B’43K0Bi:

ITig yac 06CTe>XXeHHA Ta CIlellia/IbHOTO JiKYBaHHA CIPUATH
BMKOHAaHHIO MaIliEHTOM BCiX peKOMeHAalill MyJIbTULMCLUIIIi-
HapHOI KOMaH/M clienianicTiB, B ToMy uncni nposefenns O3T,
Ta HafiaBaTy iHpopMaIlilo Ha OCHOBI JAHNUX aAIITOBAHOI K/TiHITHOI
HacTtaHoBU «XBopo6a ['ore» i maM'sITKY AJ1s MalieHTa 3 XBOP0oOHOI0
Tomre (JomaToxk 1).

4. MoAaAbLe cnocTepexXeHHs

IlomoxeHHA NPOTOKOIY

[TanienTy mif yac creniaabHOrO NiKyBaHHA Ta AMCIAHCEPHOTO
CTIOCTEPEXEHH A HAJJAEThCA CMMIITOMATUYHe IIKyBaHHS, CIIPAMOBaHe
Ha KOPEKIIil0 TaTOZIOrYHMX CUMIITOMIB 3 60KY OpraHiB i cucTem, miky-
BAHH IHIINX 3aXBOPIOBAHD i MITPUMKY AKOCTI XXUTTS, IIPY HEOOXifi-
HOCTI ITAIi€HT CKEPOBYETbCA B 3aK/IafIN, 110 HAAIOTh BTOPUHHY (CIie-
1jia/i3oBaHy), TPETUHHY (BUCOKOCIIENia/Ti30BaHY) MEUYHY JOIOMOTY.

OO6rpyHTYBaHHSA

IcHyI0TD J0Ka3M, o nepepuBanH y P3T Moske He TiNbKM Npu-
3BOJJITH [0 Bi/fHOB/IEHHSI K/TiHIYHOI CMMIITOMAaTUKY XBOPOOH, arte it
IIpU3BECTH [0 3HIDKeHHs epekTy miKyBaHHs mpu BigHosnenHi O3T.

YacroTa mpoBefieHHsI 00CTEXEHH Ta JO3YBAHHS 3aJIEXKaTh Bift
BigmoBigi Ha ®3T.

Heo6ximni pii nikaps

060B’13K0Bi:

4.1. 3abesmeunTy 3anucy B Mean4Hiit KapTi aM6yIaTOpHOTO
xBoporo (popma Ne 025/0).

4.2. Ilorogutu iHpopMOBaHy ZOOPOBINbHY 3TONY MaljieHTa
Ha 06pOOKY IepcoHaIBHUX AaHUX (BKIaZHMII TMCTOK [0 06/TiKO-
Boi popmu Ne 025/0).

4.3. CkepyBaru Ha ITaHOBe 00CTe>XeHHs | pa3 Ha 6 MicsLiB
(nuB.m. 4.1.8).

4.4. BsaeMopisnTu 3i crienia/licToM 3aKIafy OXOPOHM 34OPOBA,
BU3HAYEHOTO /I HaJlaHHA MeJUYHOI JoroMory namieHtam 3 XI,
0OMiHIOBATICh MEAVYHOI iHPOPMALIIEIO OO CTAaHY XBOPUX.

3.2. N9 3AKNANIIB 0XOPOHU 3[10P0OR’Y, WD
HAJLAOTh BTOPHHHY (CNENIANI30BARY) TR TPETHHRY
(BUCOKOCNERIANIZOBAHY) MEJIHYRY ADNOMOTY
1. Mpoiinakmuka

IlomoxxeHHA NPOTOKOMY

[Tonepemxenna HaponXeHHA aiteit 3 XI' nondArae y nposefieHHi
MeIVIKO-T€eHETMYHOTO KOHCY/IbTYBaHHA 3 IOAA/NbIIOK MPEKOH-
LeNIif{HOK HifTOTOBKOI Ta/ab0 MpeHaTaNbHO [JiarHOCTUKOI0
y CIM’SIX TPy BICOKOTO PU3UKY 3aXBOPIOBAHHSI.

OO6rpyHTYBaHHA

BigcyTHi fokasu mopo cuenudivnoi npodinakruku XI, ane
PaHHE BUAB/IEHHA Ta TiKyBaHH:A XI O3UTUBHO BI/IMBAE Ha NlEpe-
6ir 3aXBOPIOBaHHSI.
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ITpu XT BuABNEHHA reTepO3UTOTHUX HOCIIB LIi€l MyTallii € fy>xe
Ba)XK/IMBUM, OCKIZIBKY IIPY KOXKHIi BariTHOCTI Bijj BOX 6aThbKiB
— TeTepO3UTOTHUX HOCiiB pU3NK HapOA KE€HHA XBOPOi JUTUHU
CTaHOBUTD 25%.

Heo6ximni mii nikaps

1.1. BUSsIBIATY TPy CIIOCTEPEXXEHHS — 0CO0M, B POAVMHAX SIKUX
€ MalLliEHTH 3 NigTBEPHKeHUM fliarHo30M XI, 3 MeTOI0 paHHbBOTO
BMABJIEHHA Ta JIiKyBaHH:A 3aXBOPIOBaHHA.

1.2. CkepoByBaT 0ci6, sIKi MalOTh PU3UK HAPOJKEHHA [iTell
3 XI, Ha MeMKO-TeHeTHYHEe KOHCY/IbTYBaHHA Ta IPEHATaNIbHy
piarHocTHKY XI.

2. AiarHocTHka

ITonoxeHHs MPOTOKOTY

Iliarnos XTI’ BCTaHOBITIOETHCS Ha MiACTABI BUsBIEHHS TediluTy
aKTUBHOCTI /1i30COMaIbHOTO (epMEHTY III0KoLiepe6po3niasn
y neiikonuTax Kposi Ta ¢pibpobmacTax mKipu.

IlomyckaeTbcs BUMIpIOBaHHA aKTUBHOCTI IMIIOKOLepe6po3-
a3y y cyxiit Iisami KpoBi Ha BiITIOBIZHNUX TeCT-OTaHKaX B IKOCTI
CKPMHiHT-METOfY.

IliarHo3 XI' BCTAaHOB/IIOETHCA Y 3aK/Iai OXOPOHU 3TOPOB’, BU-
3HAYEHOTO /ISl HaJJaHHS MeJIUYHOI IOTIOMOTY marienTam 3 XI.

OO6rpyHTyBaHHSA

3Ba)kaw4y Ha 3HAYHUI KIIHIYHUIT noniMopq)isM XTI, exoHO-
MIYHO JIOLIi/IbHMM € IPOBEJEHHA NONEePeIHbOr0 CKPMHIHTY Malli-
€HTiB 3 mifo3poro Ha XTI, 10 nepefbadae BUMIpIOBaHHA aKTUBHOCTI
[/II0KOLlepeOpOo3NAasu y Cyxux IsiMax Kposi. Pesyiabpratu Tecty
He MOXYTb CIyryBaTy HigTBepxyoodumu giarnos XI, i morpe-
OyI0Tb jofaTKOBOI mepeBipkyu fedilUTy aKTUBHOCTI hepMeHTy
y meiikonuTax KpoBi Ta ¢pi6pobnacTax MKipi.

Ocrarounnit giarHo3 XI' BCTaHOBIIOETHCSA ITiC/Is BU3HAYEHHSI
piBHA aKTMBHOCTI I/IIOKOLlepe6po31aasn y neiikonurax, Gpiopo6-
MacTax Ta/abo MpoBefieHHA MOJIEKY/LIPHOTO aHali3y TeHYy.

BuMmiproBaHHS aKTMBHOCTI XiTOTPMO3U/IA3M € NONOMiXHUM
TeCTOM IpYU AiaTrHOCTHUII XBopobu Tolte, IpoTe BiH He MOXe CITy-
I'yBaTU OCHOBHIM, OCKi/IbKJ 3Ha4YHA YaCTMHA HACE/IEHHA € HOCiAMU
aJIyIeneit, o IPUSBOAATD 4O IPUPOLHOI HU3bKOI aKTMBHOCTI L{bOIO
bepmenTy. TakoX, aKTUBHICTD XiTOTPHO3U/A3U € BaKTUBIM Map-
KepoM YCHINIHOCTI IiKyBaHHA XBopobu lomre, AKILO y maljieHTa
BiJICYTHi MyTallil, 10 IPU3BOAATH O NPUPOAHbOI HU3BKOI AKTUB-
HOCTI 11bOTO (hepPMEHTY.

MornekynsipHnit aHani3 reny riokonepebposnnasu (GBA) pe-
KOMEH/IOBAaHO IIPOBOAYTH KOXHIl JUTHHI 3 MiATBEPI>KEHUM [i-
arHosoM xBopo6u lomre (30Kpema miciA AiarHOCTUKM XBOPUX
3 BIACYTHICTIO CUMIITOMIB 3a JOIIOMOT0I0 (PepMEHTHOTO aHai3y),
06 ZOIOMOITH BiIpisHUTHU HeHelipomatuyHy popmy (rum I) 3a-
XBOPIOBAaHHA Bif XpoHiuHoi Heltponariynoi (tum I1I), Axi MoXXyTh
MaTH OfHAaKOBMII K/IiHIYHUII epebir B pAHHbOMY AUTUHCTBI.

Heo6ximni gii nikaps

060B’13KO0Bi:

2.1. 36ip aHaMHe3y (BTpaTa Baru 4y moraHe ii 301/IbIIeHH, 3HU-
KeHa (i3MuHa aKTUBHICTb, BTOMA, IelIpecis, 4acTi HOCOBI KPOBO-
Teui Y1 KPOBOTOUMBICTD ACEH, Oi/Ib 4 AUCKOMBOPT Y )KUBOTI, 61/1b
y KiCTKaX, KPUXKIiCTb KiCTOK, 1110 IIPOSAB/AETHCA NATONOTIYHUMU
nepenomMamiu) Ta GpisnkanbHe 06CTEXKEHH, IPK [[bOMY HEOOXiHO
OLIiHMTY HasIBHICTb TUIIOBMX CMMIITOMIB Ta CMH/IPOMiB, XapaKTep-
Hux pasg XTI (gus.m. 4.1.2).

2.2. JJabopatopHi MeTORM 06CTEXXEHHST:

2.2.1. BusHaueHH: (epMeHTHOI aKTMBHOCTI I/IIOKOLepe6posu-
sy y meiikonuTax Kposi abo ¢ibpobdmacrax mxipu.

2.2.2. BusHaueHHs pepMeHTHOI aKTUBHOCTI XiTOTpMO3MAA3U
B I/Ia3Mi KpOBI.

2.2.3. THK o6crexxeHHst is BUsIBIeHHs MyTalii B redi GBA.

2.2.4. Po3ropHyTuit aHa/1i3 KpOBi: piBeHb IeMOITI06iHY, KiTbKiCTh
TPOMOOLUTIB.

2.2.5. BioxiMiuHMIT aHa/Ii3 KPOBi: piBEHb JIiIiJIiB, XONECTEPUHY,
IpOoTpOMOiHOBUII Yac, piBeHb iMyHOrn06y1iHiB, AIID, TPKOD,
piBeHb depuTnHYy.

2.3. IncTpyMeHTanbHi METORM JOCTiI>KEHHA:

2.3.1. Y3[I/MPT cene3inku Ta me4iHKM.

2.3.2. Penrrenorpadia/MPT nmonepekosoro Bifainy xpe6ta
Ta CTETHOBMX KiCTOK.

2.4. CkepyBaTH NallieHTa Ha KOHCYNIbTAlil0 10 MYIbTUKC-
LUIIIiIHADHOI KOMaH/IX MOHITOPMHIOBOIO CYyIPOBOAY IALli€HTiB
3 TI30COMHVIMI Ta IHIIMMM PiIKICHUMY XBOPOOaMU 3aKIaly 0XO-
POHM 3[[OPOB’sl, BUBHAYEHOTO [/1I HaJJAHHA MeAMYHOI JOIIOMOTH
narieHTaM 3 xBopo6oro lomre.

baxani:

2.5. BusHaunutu GepMeHTHY aKTUBHICTb ITIOKOLepeOpo3nu-
Hasy y CYXUX IUIIMaX KpoBi. IKIIlo aKTUBHICTb GepMeHTy HIDKYA
3a HVDKHIiJ I'PaHMYHMII TIOKa3HMK HOPMU — HeoOXiHO 10aTKOBO
BUKOHATY BU3HAYE€HHA aKTMBHOCTI 3a IL.I. 2.2.1 un mposecTu JTHK
IiaTHOCTUKY.

3. AikyBaHHS

ITonoxeHHsA MPOTOKOIY

CrenianbHe nikyBaHHA nanieHTis 3 XI' tuny I ta III 3pificHio-
€TbCs 3a onoMoromo ¢epmeHTHOI 3amicHoI Tepamii (P3T). Hosy
HifOMpaloTh iIHAMBIAYaTbHO, BIIIIOBIIHO O CTYIEHIO TSXXKOCTI
Halli€eHTa Ta JI0r0 MOJIEKY/IAPHO-TeHETUYHUX NOKasHUKiB. [Ipu XT
tuny Il npusHa4aTh CUMIITOMATUYHE NiATPUMYIOYE IIKYBaHHS.

ITpusnavennsa O3T nanientam 3 XI' 31iitcHI0OETbCA KOMICiTHO
B YCTaHOB/IEHOMY NopAAKY 3rigHo 3 Hakasamu MO3 Ykpainn
Ne 683 Bim 19.10.2015 p. ta Ne 50 Big 05.02.2015 p.

Barbky nmanieHTiB (a60 3aKOHHI IpeCTABHNUKY) Ta MAL[i€HTH
BikoM 14 pokiB i crapimi, AxuM pekomenoBana O3T, MaroTs 6yTH
noiHpOpMOBaHi OO 0COOMIMBOCTEI IPU3HAYEHOTO TIKYBAHHA
Ta HeOOXiJHOCTI JOTPYMAHHS PeXVUMY BBE[IeHH:A IIperapary.

IcnyroTh KpuTepii BKIIOYEHHS Ta BUK/IOYEHHA MALIEHTIB 3 JIi-
KyBaHH 3a fonomoror O3T (gus.m. 4.1.9, n. 4.2.0).

CuMmnroMaTuyHe TiKyBaHHSA BKI0O4Yae disioTepameBTU4HI Me-
TOJM, OPTONEJUYHI, XipypriuHi BTpyYaHHS.

OOrpyHTyBaHHA

OcHoBHUM Ta epeKTUBHUM MeTOROM ikyBaHHs XI € ¢dep-
MeHTHa 3amicHa Tepanisa (P3T), Axa Mae MOKa3aHHA A/A BUKO-
PUCTaHHA B AKOCTI OCTi/THOI IOXKUTTEBOI Tepalii XBOPUX 3 Mif-
TBEP>)KEHUM J1iaTHO30M XBOpO6I/I Tome I ra III Tumy. JlikyBaHHA
CJLijl IPU3HAYATY Ti/IbKM 32 HAABHOCTI CUMIITOMIB Ta O3HAK XBO-
poobu.

BifcyTHi mokasu Toro, o GepMeHTHaA 3aMicHa Tepalis HaBiTh
y BUCOKMX [103aX 3[aTHa HONepefUTH a0 CIIOBLIBHUTH IpOrpe-
CyBaHH; NATOMOTII cepef MalieHTiB 3 xBopoboo lonte Tumy II un
II1. ITpu tumni II e pekomenpnyerbca nmpusHayenHsa O3 T. B Takux
BUIIaJKaX BefleHHA XBOPOOU IOJIATA€E Y 3aCTOCYBAHHI CUMIITO-
MaTUYHOTO HiATPUMYKYOTO AiKyBaHHA. Y mauieHTiB 3 II Tunom
xBopo6u Tome yacTKOBa CIIeHeKTOMiA (XipypriuHa a6o HMITAXOM
TpoM60eMO0Iii) MOXKe MMOMeruTI fesiKi CuMIToMu. s fiteit
3 III TMIoM 3aXBOPIOBAHHA 3 METOIO KOPEKIii TSXXKKUX Bicliepaib-
HJX IPOSBIB peKOMEHIOBAHO Ipy3HAYeHHA PepMeHTHOI 3aMicHO]
Tepanii y MiHiMa/IbHil 103i.

Heo6ximui il nikaps

O060B’13KO0Bi:

3.1. ®3T npusHavyaeTbCs MallieHTaM, fAKi BiTIOBiIal0Th KpuTe-
piam BxaroueHHs s nposefeHHs O3T (gus.i. 4.1.9).




3.2. barpky nanieHTiB (a60 3aKOHHI TpeJICTABHMKY) Ta MAL[iEHTH
BikoM 14 pokiB i cTapuii, AxuM pexoMengosana 3T, mignucynoTsb
indopMoBaHy 3rofy y ABOX eK3eMIUIApaXx (BK/IaHUIT IMCTOK 10 00-
nikoBoi popmu Ne 025/0).

3.3. [TanienTaMm, fAKi BiANOBiZalOTh KpUTEPisAM BUK/IIOYEHHA,
He npusHadaeThcs abo npunuuserses O3T (gus.o. 4.2.0).

3.4. ITanienTam, saxi orpumytots O3T, KoxHi 6 MicALiB TPOBO-
AUTbCA OLiHKa e)eKTUBHOCTI TIKYBaHHA 3TiHO 3 KPUTEPIsAMH,
HaBefileHuMu y 1. 4.2.1.

3.5. IIpusHava€ThCA CUMIITOMATUYHE TIKYBaHHA i3 3a/1yYEHHAM
dizioTepaneBTUYHNX METOJiB, OPTONENUYHUX, XIPYPIiYHUX BTPY-
YaHb Bi[JIOBiIHO 0 HAABHUX PO3/IafiiB.

baxani:

3.6. [Tanientu 3 xBpo6oio [onre Tumy I MOXyTb posriAfaTucsa
AK KaH[UJATU Ha IPOBefieHHA TPaHCIIaHTalil CTOBOYPOBMX KITi-
THH.

4. Tocnitaaizauis

ITono)xeHHA NPOTOKOMY

Tocmitanisanis 3ificCHIOETHCS:

- nalieHTaM 3 NigTBepi>KeHNM fiarHo3oM XI' 1 npoBeneHHA
II0YAaTKOBOI OLIiHKM K/IiHIYHOTO CTaHy TEPMiHOM 0 3-X TVOKHIB;

- nanienTam 3 XI' 714 npoBefileHHA 1oYaTKOBOro Kypcy ®3T
(B ymoBax cranionapy HICJT «OXMATANT»);

- naniedTtaM 3 XI' Ta COMaTUYHMMM pO3/1aflaM Y 3aK/Iay 0XO-
POHU 310pOB’ BiAmoBigHOrO Mpodisio.

[Momanbiue mposegeHts ®3T MoxIMBO B cTanjioHapi abo fieH-
HOMY CTal[iOHapi 3aK/Iafy OXOPOHM 34OPOB’S 38 MiCIjeM IIPOXU-
BaHHA.

OO6rpyHTYBaHHA

Pimennsa mopo ®3T npuiimMaeTbcs BifANOBITHO 1O KpuUTepiiB
BK/IIOYeHHA/BUKMTIOUeHHA (quB.1L. 4.1.9, 1. 4.2.0).

Heo6xinmni mii nikaps

IIpu nnanoBif rocmiranisanii 3aII0BHIOETbCA BiiNOBiJHA Me-
OVYHA JOKyMeHTalis:

— HallpaBJIEHHA Ha roCHiTanisanio;

— BUTAT 3 MeAMYHOI KapTit XBoporo (popma 027/0) i3 3a3HayeH-
HSIM [{iarHO3Y, pe3y/IbTaTiB MPOBEJeHOro TiKyBaHHs Ta obCTe-
>KEeHHSI.

5. MoaaAablue cnocTepexeHHs, BKAKOYAIOUYH
AMCNIAHCepU3aLLilo

ITonoxeHHA NPOTOKOIY

[Manientn 3 XI' mepebyBaroTh Ha FUCIAHCEPHOMY OOMIKY IO-
JKUTTEBO, IiJ] Yac AKOTO 3/1i/ICHIOETbCA NepiofudHa OlliHKa e(i)eK—
TUBHOCTI JIIKyBaHHS Ta CTaHY HAl[i€HTa 3 METOX NPU3HAYEHH
CUMIITOMATUYHOTIO JIiKyBaHHS, CHPAMOBAHOIO Ha KOPEKIIil0 [aTo-
JIOTIYHUX CHMIITOMIB 3 60Ky OpraHiB i cycTeM, MiKyBaHHA IHIINX
3aXBOPIOBAHD i HiATPUMKY AKOCTi XUTTS.

OO6rpyHTYBaHHA

Perynapna onjinka e(l)eKTMBHOCTi O3T € HeOOXiIHOIO, OCKiNbKM
AMHAMiKa 3MiH B OpraHi3Mi XBOPOro Ipy IpoBefeHHI crenudiy-
HOTO JIiKyBaHHS MOXe IOTpe6yBaTy KOPeKLil 1031, a B eAKUX
Bumaakax i Bigminu ®3T.

Heo6xipmni mii nikaps

O60B’13K0Bi:

5.1. 3abe3meunTy 3anucyu B Mefu4Hiil KapTi aMOy/1aTOpHOTO
xBoporo (bopma Ne 025/0) Ta Bigo6parkeHH: B Hill 3aX0fiB 3 AMC-
maHcepusanii, 3rigHo 3 mrany (gus.i. 4.1.8).

5.2. IToroguty IndopMoBaHy ZOOPOBiNbHY 3rofy marieHTta
Ha 06pOOKY IepCOHAIbHUX AaHUX (BKIagHuMit mMcToK Ko 06/miKo-
Boi popmu Ne 025/0).

5.3. IIpoBoauTu niaaHoBe o6cTexxeHHs 1 pa3 Ha 6 MicsALiB
(nuB.m. 4.1.8).

5.4. IIpu 3BepHeHH] /iKaps 3arajabHOI IPAKTUKM — CIMEITHOTO
NiKapsA/KiIbHUYIHOTO MefiaTpa/AibHNYHOrO TepaneBTa 3abe3me-
YUTY NiTPUMKY HaflaHHA MeIMYHO]I flonloMory nanieHram 3 XI.

IV. ETANIA IATHOCTHKH 1 NIKYBAHHA
4.1. 3a2anbHuii anzopumm [iazZHocmuKy

4.1.1.Ilepemik cenianicTiB - 4IeHiB MyIbTHAUCHUITiIHAPHOT
KOMaHJHU, KA HaJjae MeAUYHY lonoMOory nanientam 3 XI'

Jlo MyIbTUAMCIMIIIIHAPHOI KOMaH/M, KA HAaJla€ MeIMYHY J0-
noMory nanienTam 3 XI' BikoM 10 18 pokiB BK/IIOYHO, MaIOTh 6yTM
3a/ydeHi creniamicru:

e AHECTE3i0/I0T TUTIYNIL;

e T€MATOJIOT TUTS UL,

» TEHETUK;

o miKap-1abopaHT;

o TiKap-TabOpaHT-TeHETHK;

 HEBPOJIOT AUTYNIL;

e OPTOIeI-TPaBMATONOT AUTAUNI;

o TIefliaTp;

e TICUIXOJIOT;

o ITy/IbMOHOJIOT JUTSIYMIL;

* pajionor;

« pisioreparnesr;

o Xipypr AuTA4MIA.

o MynbTUAMCHUIITIHAPHOI KOMAH[MY, KA HaJla€ MeJUYHY HO-
nomory nanientaM 3 XI' Bikom Bif 18 pokiB, MaloTh 6yTM 3a/ydeHi
creliamicTu:

¢ AHECTE3i0/10T;

¢ T€MAaTOJIOT;

e TEHETUK;

o miKap-1abopaHT;

o TiKap-TabopaHT-TeHEeTHK;

* HEBPOJIOT;

* OpTOIIe/}-TPaBMAaTOJIOT;

e TICUIXOJIOT;

* ITyJIbMOHOJIOT};

* pajionor;

« pisioreparnesr;

* Xipypr.

4.1.2. Cumnromu, xapakrepHi s XTI

o CIVIEHOMeETAaJIis;

e TerraToMerasis;

. Tp0M60uMTOr{eHi;{, 4acTi KpOBOTEYi, CMHILi;

e AaHEMISf;

« KicTKOBa fiedopmaris mo tumy ko6 Epnenmeitepa;

o ininprpanis kicTkoBoro Mosky KiairuHamu lome;

* 3aTPUMKa 3pOCTy (< 5 MepUeHTNIA, Biff 5 10 25 HepLeHTUIb);
 KicTKOBi 60711, MaToNOTiYH1 TIepeIoMI;

* OCTEOIIEHisl, OCTEOHEKPO3.

4.1.3. MiniManpHO-He0OXigHI 00cTeXKeHHs st qudepeHi-
anpHii giarHocTuLi XBopo6u l'omre:

o Orsap crierianicra Ta 36ip aHaMHe3y (BTpaTa Baru 4y MOBi/IbHe
1i 301/IbILIEHHA, 3HIKEHA d)iswma aKTUBHICTb, BTOMa, [lelIpecis,
9acTi HOCOBI KPOBOTEY 411 KPOBOTOUMBICTD sICEH, O1/Ib UM FUCKOM-
d)opT y XUBOTI, KiICTKOBMIA 6i/1b, KPUXKICTb KiCTOK, IO IIPOAB/IA-
€TbCA Y TATOJIOTYHNUX MepenoMax).

o Bomomerpuune Y3]J un MPT-06cTexxeHHs OpraHiB 4epeBHOI
HOPO>XKXHUHY ([/11 BUAB/IEHHA TellaTOMeTaJIil YU CIUIeHoMeTatii).
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o PenTrenorpagis B mepefHbO-CTETHOBII MPOEKIil CTErHOBOI
KICTKY Ta IIUIKK CTerHa, peHTreHorpadisa xpe6Ta B TaTepasbHii
no3utii (/151 BUABIEHHSA 3MiHU Y KiCTKaX, XapaKTepHUX /I XBO-
po6u omre).

o MPT-06cTe)XeHHA HIDKHIX KiHIiBOK a60 TIOTIEpEKOBOTO BiJi-
Iiny xpe6Ta, CTerHa Ta WIMIKM CTeTHA, TOMIIKOBOI 1 I1e40Bo]
KicTkn (77151 BUABIEHHA KiCTKOBUX HpPOABiB, XapaKTePHUX /IS
xBopo6u lomre).

o KT-o6cTesxeHHsI ereHb IpY HaABHOCTI PecHipaTOpPHUX IIPO-
61eM (MOXKe TOIIOMOITY BUABUTHU iHGINIbTPaLIiio ereHi KIiTHaMM
Tome).

o Orap HeBposora ([ BM3HaY€HHA IPOABIB HEJPOIATUYHOI
¢dbopmu xBopobu Tore).

4.1.4. MinimanpHO-HeoOXinHi 6ioximMiuni rectu pus gudepen-
nianxpHOI iarHOCTUKY XBOpo6u T'ome:

o BusHaueHHs piBHA reMornob6iny (BU3HaYa€TbCs HasIBHICTH
Ta CTyNiHb aHeMil).

o BusHaueHH KiZIbKOCTi TPOMOOLUTIB (BM3HAYAETHCS HASIBHICTD
Ta CTYIiHb TPOMOOLUTOIEHI]).

o BusHayeHH: piBH: aHTIOTEH3MH-IIEPETBOPIOIOYOrO PepPMEHTY
(moxxe 6yTy migBuIeHNM pu xBopobi lomre).

o BusHaueHHs TapTpaT-pesucteHTHOI Kucnol pocdarasu (Moxe
OyTu migBuieHa npu xsopobi lomre).

o BusHauenHs piBHs GeputnHy (Moxe 6yTH MiABUIEHNUIT IPU
xBopo6i [omre).

» BusHaueHHs piBHA NinifiB, 0cO61MBO XOMECTEPUHY BUCOKOI
winbHOCTI (MOXe Oy Ty HU3bKUM Npu XxBopobi [ore).

o BusHayeHH: IPOTPOMOIHOBOTO Ta TPOMOOIIACTMHOBOTO 4acy
(moxxe 6yTu BrcokuMu mpu xBopo6i Tore).

» Mopdonoriuti gocrigkeHHs 6ionTaTy KiCTKOBOTO MO3KY (103-
BONATb BuABUTY KaiTvHY [ome. [TpoTe BifcyTHICTD UX KIiTUH
He € KpUTepieM BUK/IIOUEHHA 3aXBOPIOBaHHA. Takox, ciifi Bpa-
XOBYBaTyU MOX/IMBY IIPUCYTHICTD IICeBJOKIiTUH [ome, mo Moxe
IPU3BECTH JI0 IOCTAHOBKY HEBIPHOTO HiarHO3Y).

4.1.5. Bepuikanis giaraosy.

ITpu mino3pi Ha xBopoOy T'olrte 17151 BCTAHOB/IEHHS OCTaTOYHOTO
IiaTHO3Y CHIifi IPOBECTY TaKi HOCiI KEHH:

o BuMipoBaHHS aKTUBHOCTI ITIOKOLIepeOPO3UIA3U ¥ CYXUX
I/IAMAaX KPOBi AK CKPUHIHT-METORY, AKUIL JO3BOJIAE 3MEHLINTI
cTpoky fiarHocTuky XI.

o BuMiproBaHH: aKTUBHOCTI I/II0KOLIepeOpo3niasu y KO M-
Tax KPOBi, AKII1 € BUCOKOTOYHIM METOJIOM, 1[0 JO3BOJISI€ BCTAHO-
BuUTH fiiarHo3 XI.

» BuMiproBaHHA aKTUBHOCTI XiTOTPUO3UA3YU € NOIOMIXHUM
tectoM npu fiarHoctulli XI, OCKibKM 3HAYHA YaCTKa HACEIeHHA
€ HOCiAMU aJIjIesielt, 10 MPUSBOAATD O HU3bKOI aKTMBHOCTI I1bOTrO
¢bepmenty. KpiM Toro, akTUBHICTDb XiTOTPHO3KUAA3Y € BaXK/IMBUM
MapKepoM YCIIIHOCTi TikyBaHHA XI.

» MonekynsapHo-TeHeTUYHA JiarHOCTUKA 3 METOX BUABIECHHA
MYTaLiil B TeHi ITII0KoLiepe6po3uasu.

4.1.6. Kpurepii xriHiuHoi Kmacugikanii cryneHio Tsxkocti xsopo6u I'ome tumy I 'y gopocmux

Tabnuus 2a: flopocni 3 xeopo6oio Nowe 1-ro Tuny: kpurepii kKniHiyHOI Knacudikauii

TaxkicTb Jlerka

Tepanis IunHamiuHe cnocTepexeHHs
TemornobiH (r/n) >100
Tpombouuty (/Mm?) >100 000
Po3mip neuitkn (MN**) <125
(sonometpruna MPT un KT) ¢

Poamip cenesitku (MN**) <5

(sontomeTtpruna MPT un KT)

* YpaxeHHs ckenera -

* MarHiTHo-pe3oHaHcHa ToMorpadis | © HopmanbHe/He3Ha4YHe 3MEHILEHHS

(MPT) (nepeBaxHui MeTop Bisyani- | iHTeHcuBHOCTI curHany Ha T1/T2 MPT
"‘)***

* Jlerka popma octeonenii (MLLIKT:

Z-nokasHuk He ripwe —1,5 SD)

* [ledbopmauis KicTKM 3a TMMOM KO-

HiuHoi konbu Epnenmertepa

* [lBoxeHepreTM4yHa peHTreHiBCbKa
abcopbuiomerpis ([EPA)
* Ornsaposa pentreHorpadis

KictkoBuni Mmo3ok dpakuis xupy
(F)23
MeTtopg: KBX3****

F,>23% (nonynsuis 3poposux oci6:
27% <F,<55%)

<15 000 (a6o <7 500 y Hociis

XiTOMyTaUii)

Xitpotpioanpasa*****

* MixHapogAHO BU3HAHI 403K 0AMHMUS, NePOPanbHA Tepanis: AMB. Aani
** MN: gopisHioe HOpMansHOMy po3Mipy.

*** YpaxeHHs ckenerta 3a ouinkoto MPT: B (aue. Jogarok 7)

**** KBX3: kinbKicHa Bisyanisauis XiMiyHMX 3cyBiB.

30 Oa/xr/2 tvxHi B/B*

* binb B KicTKOX
¢ 3HQYHE 3MEHILEeHHs IHTeHCUBHOCTI
curuany Ha T1/T2 MPT

* Momipra popma octeonenii (MLLKT:
Z-nokasHuk Big —1,5 no 2,5 SD)

* bescumnToMmHI pinsiHku aeackynsp-
HOrO HEKPO3y

F,<23%

>15 000 (a6o >7 500 y Hociie

xiToMyTauii)

MomipHa Taxka
MpuHaiimHi oAMH 3 HACTYNHMX,

ane He TAXKNX, KphTepllp OpMH 3 HOCTYNHUX KPUTEPIiB

60 Op/xr/2 TmxHis/s*

>80-x-<100 <80

50000-100 000 <50000
1,25-2,5 >2,5
5-15 >15

* XpoHiuHui 6inb B KicTkax

* 3HAYHE 3MEHLUEHHS IHTEHCUBHOCTI
curHany Ha T1/T2 MPT

* KictkoBuit kpu3

* Ocreonopo3 (MLLKT: Z-nokasHuk
ripwe 2,5 SD)kpu3

* AsackynspHuii Hekpos (ABH)

* MatonoriuHi nepenomu

* 3amina cyrnoba(-is)

F,<23%

>15000 (abo 7 500 y Hociis

xiToMyTauii)




4.1.7. Kpurepii xriHiuHoT Kmacngikanii crynenio Tsxxkocti xpopo6bu Fomre Tumy Iy giteit

Ta6nuusa 2b: Alitn (a0 18 pokis) i3 xeopo6oio Nowe 1-ro TuNY: foaaTkosi Kputepii AN KNiHiuHOi Knacudikauii
3 nposiBamu XBopo6um

TaxkicTb Be3 nposBis xBopo6u
P P MomipHa Taxka
Tepanis AMHAMIYHE CnocTepexeHHs™ 60 Op/kr*** 60 Oa/kr***
FeMomno6in (r/n) >100 I'!a 29 r/n HUXYe Bif HUXKHBOT MeXi Binbwe Hix Ha %0 r/n.Hp)qujslp,
BIKBOI HOPMH MEHLLEe HNXHbOI MeXI BIKOBOI HOpMM
TpomBountu (/Mm3) >100 000 50000-100 000 <50 000
Poamip nedinku MN** <1,25 1,25-2,5 >2,5
Poamip cenesinkn MN** <5 5-15 >15
* YpaxeHHs ckeneta - - * (XpoHiunui) binb y KicTkax, KicT-
* CumnTomu KOBMM KpK3 (303BM4GIM HENPABUILHO
BIArHOCTYETbCS 5K OCTEOMIENIT)
* OrnspoBsa peHTreHorpadis * [ledbopmauis KicTKu 3d TMMOM KO- * bescuMNTOMHI AinsHKM aBackynsp- | * AsackynspHuil Hekpos (ABH)
HiuHoi kon6u Epnenmertepa HOro HeKpo3y * Maronoriyxi nepenommu

* 3amina cyrnoba(-is)
* MarHiTHo-pe3oHaHcHa Tomorpadis | * HopmanbHe/He3HauHe 3MeHWeHHs | * 3HAYHE 3MEHLEHHS IHTEHCUBHOCTI | * 3HAYHE 3MEHLUEHHS IHTEHCUBHOCTI

(MPT) (4-6 pocis) inTeHcuBHocTi curHany Ha T1/T2 MPT | eurnany wa T1/T2 MPT curnany Ha T1/T2 MPT
* Kictkosun kpu3
¢ lsoxeHepretnuHa peHTreHiscbka | * Jlerka popma octeonenii (MLLKT: | ¢ MomipHa bopma octeonenii ¢ Ocreonopo3s (MLLKT: Z-noka3suuk
ab6copbuiomerpis ([EPA) (sin 4 Z-nokasHuk He ripwe —1,5 SD) (MLLIKT: Z-nokastuk Big 1,5 go -2,5 | ripwe -2,5 SD)
pokiB, 0cobn1BO B Nepion CTATEBOrO SD)
AO3pPIBAHHA**¥)
Picr MomipHe ynoginbHeHHs pocTy Hux4e | Cepito3He ynoBinbHeHHs poCTy BUle
¢ -1 /Buwe -2 SDO*** —2 SDO***
<15 000 (a0 <7 500 y Hociis >15 000 (abo 7 500 y Hociis >15 000 (abo 7 500 y Hociis

q 5 o

Xitpotpiosugasa g : .
xiToMyTauii) xiToMyTauii) XiToMyTauii)

* ocKinbku KpuTepii BiALWKOAYBAHHS B AAHWHA 4OC HE BO3BONSIOTb NiKYBAHHS B UMX BUNAAKAX

** MN: gopisHioe HOpManbHOMy po3mipy

*** ockinbku 36inbweHHs Macu KicTkoBoi TkanuHu 3a gonomorn P3T € HaM6inbW epeKTUBHMM y MONOBMX NALIEHTIB, WO Nepesbayae CTBOPEHHS TEPANEBTMYHOrO BIKHA ANS HAMKPALLO]

edeKTUBHOCTI y AiTeN Npu 3aCTOCYBAHHI BUCOKOA030BOI Tepanii B Liei KpUTUYHMI Nepiof, KONM 3pOCTAE NIKOBA MIHEPANbHA WiIbHICTb KICTKOBOT TKAHUHM.

°*** SD: cTaHBAPTHI BIiRXMAEHHS Bif cepesHboro 3pocTy 6arbkie (giByata = 3pict 6atska — 13 + 3pict MaTepi/2; xnonumkm = 3pict 6atbka + 3pict Matepi +13 cm/2

4.1.8. MiHimManbpHi pekoMeHaLil 70 OLIiIHKM CTaHYy 3{OPOB’S [iTeil 3 He HelipomaTNYHOI0 popmoI0 xBopoOu Tore

MauienTH, Wwo otpu-

Mauienty 3 BiacyTHicTiO T GE e MauienTy, wo otpumy- Ha MoMeHT
L. CHUMMNTOMIB, LLO He OT- ! PMEHTHY 10Tb GEPMEHTHY 3aMICHY  3MiHuW po3y-
Yei nauienty 3amicHy Tepanito, ane ;
PUMYI10Tb bEPMEHTHY ¢ He mocsnW Tepane.  TEPAMII0 TA BXE Aocarm BAHHS 060
Ob6crexenHs: RMIIE PERH S 3aMicHy Tepanito = & Tep TepaneBTMYHMX Linen CyTTEBMX
HOMy OFAR° BTUYHMUX Linen KAHISHAX
KO?KHi _12 KO)!(Hi 24 K(?)KHi'6 KO')KHi .'|2 Koxfui 6:12 KO)K'Hi ]?-24 yCKNGAHEHb
Micsuis Micaui Micauis Micsuis MicsuiB MicsLiB
Mepuuuit ornsa, B Tomy umcni ouinka X X X X X
po3BUTKY (3picT, Bara)
lemornobi X X X X X
Tpombouutu X X X X X
E:::i:’"”"” MpoTpombBiHoBMii Yac
TQ 4aCTKOBM}A Tpombon- X X X X
NACTMHOBMHM 4aC Y XBOPMUX
3 KPOBOTEHAMM
BioximiuHi Xitotpnosnpasa/CCL18/
NOKA3HWKM TPK®/ANP X X X X X
BHyTpiLLHi O6'em cenesiHku® X X X X
OpraHu O6'em neinku® X X X X
MPT (T1-3BaxeHe
306paxeHHs xpebaq; X X X X
T1-38axeHe 306paxeHHs
Crener rONOBM T CTETHOBOI KiCTKM)
OEPA (Z-n9K03HMK xpebra X X Xt X
Ta BCbOTO Tina)
Binb X X X X
SF-36', PedsQL [65] X X X X

AxicTs T unKidscreenR [58]

a. [ins TMX napaMeTpiB oLiHKM, 4O 3HAXOAATLCS B MEXAX HOPMM Mif 4aC NOYATKOBOrO AOCIAXEHHS, NOBTOPHY OLIHKY Yepe3 6 Micsuis npoBoAuTH He Tpeba.

6. Poamipu cenesiHku Ta neviHku 6axaHo BusHavati 3a gonomoroto MPT. Y3]] moxHa BukopuctoBysaty 3a siacytHocti MPT a6o ans oTpuMaHHs npubamu3HuX pe3ynbTaris.

8. KoXHoro poky A0 AocsrHeHHs NoOKa3HMKIB HOPMM; MOTIM ANIS XBOPMX, LLO OTPMMYIOTb NiKyBAHHS, BOCTIAXEHHS BUKOHYIOTb KOXHI 3 poku. HeobxiaHo nopisHioBaTu pesynstaty
3 BiANOBIAHUMM 3HQYEHHSIM HOPMM A5 BIKY Ta CTATI NAUieHTa.

r. Kopotka popma onutysanbHmka ctaHy 3a0pos’s (SF-36) mae o6MexeHe 3aCTOCYBAHHS y MANEHbKMX AITEM.

I 36 Ne 3 (424)  JlioTwii 2018 p.



www.health-ua.com

4.1.9.AnropuT™ TiKyBaHHA

4.1.9.ITokasaHHA K0 MOYATKY (pepMeHTHOI 3aMicHOI Teparmil
y AiTeli 3 HAABHICTIO CHUMIITOMiB

HasBHicTb ofHOro a60 6i/blile 3 HACTYITHUX KPUTEPIiB:

o BcraHOB/IeHHA HiarHO3y XBOPOOU 3 HAaABHICTIO CHMIITOMIB
1o 20-pigHOro BiKy

o Taxka anemis (Hb < 8 mr/mn)

« Tsxxa TpombonuroneHis (< 60000 KiTnH/MI)

o JlettkoumTy < 3000 KmiTvH/MIT

» CUMITTOMHa ITaTO/OTiA KicTOK (KiCTKOBi KpU3J Ta OCTEOHEKPO3
B aHaMHe3i)

+ AKTMBHA IIaTOMIOT1A KicTOK (MOXKe 6yTI aCHMIITOMHOIO)

o 3HIDKeHH LIBUKOCTI pOCTY Ta/abo 3aTpUMKa pocTy

« 3aTpUMKa CTaTeBOTO JJO3piBaHHA

» HasBHicTp pigHux 6patis um cecTep 3 TSHKKUM Iepebirom
3aXBOPIOBAHH, [0 OTPeOYIOTh IIpM3HAYeHHA PepMEeHTHOI 3a-
MIiCHOI Tepairii

o [eHoTHI, 1110 BUK/IMKAE TSKKUIL epebir 3aXBOprOBaHH: (Ha-
IpUK/Iaf, HasABHicTb MyTaniit L444P yn D409H)

¢ 3picT < 5-T0 mepLeHTM/IA a60 CYTTEBE 3MEHIICHH I LIBUAKOCTI
pocry

« Z-TIOKa3HYUK MiHepanbHOI WiNbHOCTi KiCTKOBOI TKaHUHU
Hmkge 2,0 [59]

» O6’eM cenesinku > 2,0 MN, o6’em neuinku > 2,0 MN

4.2.0. Kpurepii BuknodeHus (upunuHeHHs) ¢pepMeHTHOT
3aMicHoI Tepamii

Kpurepii BUK/TIOUeHHS 3 IPOrpaMy TiKyBaHHA (PepMEHTHOIO
3aMicHOI0 Tepami€eio mpu xBopo6i lome.

. xBopob6a lomure, Ty II (rocTpuit HeliponaTUYHMIT TUIL);

« BaXXKi H0614Hi epeKTy, HOB’I3aHi 3 BBEJIEHHM IIpeIapary, 10
yHeMOX/MB00Th TpoBefeHHa O3T (myxe piako 3ycTpidaroTbCs,
3asBuyait ®3T mpu xBopooi Tome fo6pe mepeHOCUThCA Mali€H-
TaMn);

o BiICyTHICTD KiHivHOTO edexTy Big O3T.

4.2.1. Kpurepii oninku epeKTMBHOCTI pepMeHTHOI 3aMicHOT
Tepamii

1. BusHaueHHAM eeKTMBHOTO NTiKYBaHHA € 3MEHIIEHHA a60
BifICYTHICTb MPOTpecyBaHHs aKTUBHOCTI XBOpOOH, PO IO CBif-
4uTh cTabi/misania KIIHIYHOTO CTaHY, IOB'A3aHa 3i 3MEHIIeH-
HAM CUMIITOMIB, AKi CIIOCTEpiraauch Ha MOYATKY NiKyBaHHHA
(muB.1m. 4.2.2 Ta 4.2.3).

2. Ouinka edpexrnuBHocTi ®3T mpoBogUTHCS He paHille, HiX
4epes 6 MiCALIB 3 MOMEHTY IIOYATKY, 38 YMOBU TOTPUMAaHHS pe-
KOMEH/IOBAHOI /IiKyH04YMM JIiKapeM CXeMI JIiKyBaHHA Ta JO3U IIpe-
mapary.

3. Ouinka edexrusrocti ®3T nposopursbcsa B HICIT «OXMA-
TIOWT>» He pinute, HiX ABi4i Ha piK Ta B 3aK/IaJii OXOPOHM 3TOPOB™,
BU3HAYEHOT'O /I HaJlaHHA MeJUYHOI JoroMory namieHtam 3 XI,

e 3pificHIoeThCs poBefieHHA P3T, mifl yac mpoBeleHH BHYTpill-

HbOBCHHUX B/IMBaHb.

4.2.2.TepaneBTn4Hi wini gua giren

AHeMis

Tpombouu-
ToneHis

lenatome-
ranis

CnneHo-
Mmeranis

Kictkoea
TKAHMHA

Pict opra-
Hi3My

AkTHBHICTD
xiTpoTpHo-
3Mpa3n:

Hopocni: nokpauweHi sHavenns Hb, To6to pisni Hb >100 r/n,
pocarHyTi go 1-2-ro poky ®3T

Jitn: nokpaweHi sHaueHHs Hb, To67o pisHi Hb >110 r/n, pocsr-
HyTi go 1-2-ro poky P3T

Mauienty, ski nepeHecnu cnneHeKTOMito:

Dopocni: >100000/mm3 po 1-ro poky P3T

IHTaKTHAO cenesinka:

Mouatkose 3HaveHHs >60000/mm3:

DOopocni: 36inbwenns & 1,5-2 pasu go 1-ro poky; >100000/
MM3 go 2-ro poky D3T. fitu: i cami

Mouatkoee sHaueHHs <60000/mm3:

Dopocni: 36inbwenns 8 1,5 pasu go 1-ro poky; noasoeHHs
no 2-ro poky P3T. [litu: Ti cami

Hopocni: 3HM3uTH 06car nevinkn Ha 20-30% ao 1-2-ro poky
i Ha 30-40% po 3-5-ro poky P3T; nigTpumysatu obcsr ne-
yinku B 1,25 pasu Huxye Hopmu. [litu: Ti cami

HOopocni: 3Hnautn obcar Ha 30-50% po 1-ro poky i Ha 50-
60% po 2-3-ro poky P3T; nigrpumysatu obcsr cenesiku y 5
pasis HUXu4e HOpMK. [liTu: Ti cami; ycyHyTH rinepcnneHiam
JDopocni:

* KBX3 Ff>23% ta/abo

* 3MeHwWweHHs nokasHuka BMB (3a pesynsratom MPT) woHai-
MeHwe Ha 3 6anu nicns 5 pokie P3T y nauieHTie 3 nomipHo
BUpaXeHolo xBopoboio Ta/abo

* 3uimok [JEPA: Z-nokasunk MLLKT <2,5 SD

Ditu:

* 36inbwenns MLLKT go 2-ro poky ®3T

* [locsrt HopManbHOI YK ifeanbHOI NIkOBOT CKeNeTHOT Macu

Litn: pocartTM HanexHoro 3pocTy 3rigHO 3 NONYNALIMHUMM
HOPMAMM NPOTAroM 3 pPoKiB NikyBaHHs; [locsrTm HopmanbHOro
no4aTtKy cTaTeBsoi 3pinocrti

Dopocni: <15,000 abo <7,500 y Hociis xiTomyTauii
Litv: 7i cami

4.2.3.Cra6imisanisa gireir ma ®3T

AHemis

TpombouuTonenis

lenatomeranis

CnneHomeranis

KicTkosa TkaHnHa

AKTHBHICTb
XiITpOTPUO3NAA3M:

Dopocni: amina <0,5 r/an (5 r/n) npotsirom ocTarHix
wectu micauis P3T
BupaneHna abo iHTAKTHAG cenesiHka:

Jopocni: cTaH 3anMwaeTbes CTabiNbHAM NPOTArOM
octanHix 12 micauis P3T 30 TpbOMA BU3HAYEHHAMM
nocnine

3MiHa MeHW Hix Ha 15% npoTsrom octanHix 12 Mmics-
uis

3miHa meHW Hix Ha 15% npoTsrom octanHix 12 mics-
uis

KBX3:

* 3MIHQ MeHLW HiX Ha 5% 30 ABOMA BU3HAYEHHAMM
nocninb a6o gocarHyTe nokpaLieHHs nokasHuka BMB
(3a pesyneratom MPT) 36epiraetbes abo BigcyTHicTb

3MiH B xpebeTHoMy cToBni
* 3Himok [IEPA: Z-nokasuuk MLLKT <2,5 SD

<20% 3minu & octanHi 12 micsuis P3T (npuHaitMHi 2
BMUMIPIOBAHHS NOCNiNb




4.2.4. PexomeHpanii mopo 1ikyBaHH:A gopocnux naniedTis 3 XI' 1-ro Tumy B pamkax ®3T

our .

Ta6nuusa 3: Aopocni i3 xeopo6oio lNowe Tuny |I: pekomeHaauii Woao NiKyBaHHS B pamKkax ¢pepmMeHTHOI 3amicHOI
Tepanii (P3T)
Taxkui cTyniHb (aue. knacudikauinHy Tabnuuio 2a)

Ymoeu
* BipcyTHictb nokpaueHb yepes 6 micauie nicns nposepserHs P3T (koxkHi 2 TMXHI BHY TPilLHbOBEHHO) ANSt HEKICTKOBMX
Moxnuse kopurysaHHs fo3u 30XBOPIOBAHb

* Moctynose nigguLLeHHs * BigcyTHiCTb 3HQYHMX NOKPALLLEHD BIACOTKOBOrO BMICTY XMPY Y KicTkoBoMy Mo3Ky (ouiika QCSI -kinbkicHa

a03n 30 Oa/Kr KOXHI 2 TUXHI Bisyanisauis ximiuHux 3cysis) yepes 12 micauis nicna nposepsenns P3T. Y nauieHTie, y SIKMX NOYATKOBMM BIACOTKOBMIM
BHYTPiLUHbOBEHHO. BMICT XMPY CTaHOBMUTb MeHwWe 23%, Lei NOKA3HUK MOE NIJBULLUTUCD TAKMM YMHOM, WOB NPUHAMMHI NepeBuLUMTH
Kpawe 1 pas Ha 2 TuxHi 303HaYeHUM piBeHb. Ko NoYaTKoBE 3HAYEHHS BXe € BULLMM Big 23%, MeHLwe nigsuweHHs abo ctabinizauis MOXyTs

BBOXATMCb AOCTATHIMM.
* BigcyTHiCTb 3HMXEHHS XITOTPUO3MAA3M 060 3HMXKeHHS ii MeHwe 15% yepes 12 micauis nicna nposepenns P3T.

* Moctynoge 3HnxeHHs po3n 30 Op/

KT KOXHIi 2 TUXHi BHYTPiLUHbOBEHHO * Yepes 6-12 micauis nicns OUIHIOBAHHS Y NAL{EHTIB, O HE MAIOTb TSXKMX KICTKOBUX 30XBOPIOBAHD, i3 NOMITHUM
abo meHw yacri iHysii: Ta cama NOKPALLEHHSM reMaTonoriyHux napametpis i renatocnnenomeranii (KT a6o MPT)

po3a/3 TmxHi npotarom 2-3 pokis * Y BUNOAKAX TAXKMX KiCTKOBUX 30XBOPIOBAHb Yepe3 5 pokiB i nisHile, AKLLO Nif 4aC AIArHOCTUYHOTO CKAHYBAHHS
Ta NiCAs LIbOro TEPMiHY, TA CaMa BUKOYMAM Byab-sKi noAanbLi ycknagHeHHs abo Byno BUSBAEHO HASBHICTb 3HOYHWUX YPOXEHb KiCTKOBOI TKAHUHM*

£030/4 TMxHi)*

bicdochonaru**

* bicpocdoHaTti BHyTpilLHbOBEHHO
NPU TAKKUX YPAXKEHHSX KICTKOBOI
TKAHWHM

* MpusnayenHs bicpocdoHaTis BHY TPIlUIHLOBEHHO PEKOMEHAYETLCS NICAS NEPLIOro poKy nposeaeHHs P3T**.

MomipHui cTyninb (auB. knacudikauiiny Tabnuuo 2a).

Ymoeu

* BigcyTHictb nokpaueHs Yepes 6 micauis nicns nposegerHs P3T (KOXHI 2 TUXHI BHY TPIlLHbOBEHHO) ANS HEKICTKOBUX
30XBOPIOBAHb

* BiacyTHicTb 3HOYHMX NOKPALLEHD BIACOTKOBOrO BMICTY XMPY Y KicTKOBOMY MO3KY (ouiika QCSI) yepes 12 micsuis
nicns nposegerHs O3T. Y nauieHTie, y SKUXNOYATKOBMM BIACOTKOBMIA BMICT XMPY CTAHOBUTL MeHwWe 23%, uen
NOKA3HUK MAE MiABULMTUCE TAKMM YUHOM, o6 NPMHANMHI NEPEBULLUTM 3a3HAYEHUM piBeHb. Ko noyaTkose
3HQYEHHs BXe € BUWMM Bif 23%, MeHLe niasuLieHHs abo cTabinisauis MOXyTb BBAXATUCH SOCTATHIMM.

Moxnuee kopuryeaHHs gosu
* Moctynose nigguweHHs
a03n 30 Oa/Kr KOXHi 2 TUXHI
BHYTPIlLHbOBEHHO

Jlerkui ctyninb (auB. knacudikauiiHy Tabnuuto 2a).
D3T He NPOBOAMTLCS, ANE PETENbHUIM MOHITOPMHT € KIIOYOBUM.

4.2.5. PexomeHpanii oo 1ikyBaHH fgireii (xo 18 pokis) i3 xBopo6oro I'onre

Ta6nuus 4: flitu (ao 18 pokis) i3 xeopo6oio lowe: pekomeHgauii LWOAO NiIKYBAHHS
HeHnerponartnuni dopmu y pitein1l TOK, WO 1 N4 AOPOCIINX, i3 HAOCTYNHUMM 3MiHOMM:
TAXKMM cTyniHb

60 Op,/Kr KOXHi 2 TUXHi BHY TPilLHbOBEHHO [lns KOPUryBAHHS 3AraNbHOTO TSAXKOrO YNOBiNIbHEHHS TEMMIB 3POCTAHHS
locTpi HeMponaTHuHi bopmm

IcHye y3roaxeHa ByMKa WOAO BiACYTHOCT €EKTMBHOCTI i NiKYBAHHS L€l D3T € besycniwHUM METOROM NiKYBAHHS HEBPONOTIYHOI HEAOCTATHOCTI, AKA
rpynM, 3a BUHSTKOM, CUMITOMATHUYHOI Tepanii. TPANASETLCS NPM rOCTPIl HEMpPONATHUHIK bopMi xBopobu lowe.

XpoHiuHi HeMponaTuyHi bopmu

- (Min.) 60 Op/Kr KOXHi 2 TXHI BHY TPiLUHbOBEHHO Y sKkoCTi goBrocTpokoBoi | P3T e epekTMBHMM | e3neuHUM METOROM NiKYBAHHS HE HEBPOMOTIHHMX
TpuBanoi Tepanii CMMNTOMIB NP XPOHi4HIK HeMponaTtnuHii popMmi. Ebekt DP3T Ha HeBponoriuHi

TpaHcnnaxTauis cToBbypoBMX KNiTHH i3 npoBeaeHHsM/6e3 nposeaeHHs P3T | cuMITOMM HE3PO3YMINMHA.

4.2.6. lomaTkoBi KTiHiYHi KpUTEpPil BasKKOT0 ypaskeHHsI, 1[0 NOTPeGYIOTH Tepamii y BUCOKMX J03aX (Fopocmi/xiTu)

Ta6nuusa 2c: flopocni/aith: poaaTkoBi KNiHiYHI KPUTEPIi BAXKKOro ypa)keHHs, Wo noTpebyioTb Tepanii y BUCOKUX
Aosax

Hansuwuit pusmx
MNouatkose po3yBaHHA™® . ; ;
60 Oa/Kr KOXHi 2 TUXHI BHY TPILLHbOBEHHO
HaseHicTs ogHOro abo Kinbkox i3 HAOCTYAHUX CUMNTOMIB:
* CUMNTOMOTHYHI 30XBOPIOBAHHS CKENEeTy
* Yitke nopyweHHs SKocTi X1TTs yepe3 xsopoby lowe
* 30XBOPIOBAHHS CEPLS | NEreHiB, BKNIOYAIOYU NEreHeBy rinepTeHsito
* MocTtTpanceysiiHa 3anexHicTb
* Taxki 3aXBOPIOBAHHS NeYiHKM
* ®ibpos (ynsTpacoHorpadis, komn'oTepHa Tomorpadis, MPT)
Kpurepii pusuxy * [lopTanbHa rinepTeHsis
* TaxKi 30XBOPIOBAHHS CenesiHKu
* MoeTopioBaHi M 06WHPHI iHbapKTH
* MexaHiuHui guckombopT
* MoHoknoHanbHi 6ink1 y kpoBi abo ceui (xo4a ix HAsBHICTb, 5K | NOAIKNOHANLHMUX BiNkiB, 4GCTO He NOB'A3aHI 3i CTyneHeM
TXKOCTi XBopo6u). CnneHeKTOMIs MOXE PO3rNSAATUCh K METOA BUKIIOHEHHS MOOAUHOKMX BUNAAKIB NIMbOMM Tinbku
Y Pa3i HAsBHOCTI 03HAK NIMPOMM Y iHWMX Micusx abo y pasi BiacyTHOCTI peakuii cenesinku Ha MPT).
* Byab-sKi CynyTHi MEAMUHI CTAHM, LLO CNPUSIOTL NOAANBILOMY YCKNaAHEHHIO XBopobu lowe, abo ix 03HaKM Ta cuMNTOMM

* Yei pekoMeHAALIT WOAO NOYATKOBOI O3M MAIOTb KOPMIYBATHCb B iHAMBIAYANLHOMY MOPSAKY, B 30N€XHOCTI Bif KNiHIYHOI peaKwii Ta BOCATHEHHS METH NiKyBAHHS.
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4.2.7.01iHKa TAKKOCTi 3aXBOPIOBaHHA Ta BiiNOBifi Ha TiKyBaHHA y JOPOCINX i3 XBOpo6oio I'omnre 1-ro THITy 3 BUKOPUCTaHHAM
BaliJOBaHOL CUCTEMU OLiHKY TSDKKOCTi xBopo6u (DS3)

MOKA3HMK T9XXKOCTI XBOPOBM
JOMEHMU XBO- OUIHKM Cepea-
POBM u 0 2 5 8 9 10 Bem  igan
x AOMeHa
JliTnyHi ypaxeHHs, .
ABH a60 natonoriuHi CHeT':?f/ BlA- NpucyThi* 8
nepenomm Y
. . Bi i . .
binb y kictkax/cyr- a?::;;'::(‘:;er- erkuii 6inb I'Iotzup?- C.ManMh Hef're.pn- 10
nobax kit Bime HWH Binb 6inb HWH Binb
KictkoBui kpu3 B oc-
- TaHHi 12 micauis 0-1 22 2
KICTKOBUM
(42% 3aranbHoi 8,0
ouiHKM) IninbTpauis kicTko- 5-8 (o- 9-16 (eu-
BOro Mo3ky (nokas- | 0-4 (nerka) o] paxeHauu | 10
Huk BMB Ha MPT) pra TXKQ)
MiHepansHa wins-
HiCTb KiCTKOBOI TKa-
HUHM (Z-nokasHuk | >-1 >2to<-1 <-2 10
[LEPA nonepekosoro
Bigainy xpebta)
—103 ) 3 <20
TpombBouutoneHis 2]230 107/ 21 3”9 x10°/ x10%/ 5
MM MM 3
MM
BincyTHi abo MomipHa: Taxka: no-
FTEMATONOI M- . . .
HIV (32% 3a- Kposoreua He3HA4Ha: BifACY THICTb Tpebas ne- 8 6,0
ranbHoi owiHKH) YTBOPEHH3 nepenMBaHb penuBaHHi
CHHLiB KpOBi KPOBi
>12 r/an (vo- 8-12r/an (vo-
Anemis noeiku). >11 1/ nosiku). 8-11 <8r/an 5
An (XiHku) r/an (XiHku)
>15 abo
CnneHomeranist cnne-
(06car MN) =2 HeEl HekTO- 5
BICLIEPAJIbHWM Mmis
(26% saranbHoro | lenatomeranist 5,0
noKasHuKa) (o6csar MN) =2,5 *2,5 2
JlereHesa xsopoba,
nos'asaHa 3 xeopo- | BigcyTHs Byap-aka 8
6oto lowe
T MN: popisHioe HopManbHOMyY pPo3Mipy
* Nitnuni ypaxenns, ABH abo natonoriuHi nepenomu ciig BBAXaTi KHASABHUMMY, SKLLO BOHM 3'SBUAUCH .
. L . . . 3aranbHa ouinka xeopobu lowe
npotsrom octanHix12 micauis. CnneHomeranito Ta renatomeranito BumipiotoTs 3a gonomoroio (1) MPT abo 3aDS3 19,0
KT, (2) ynerpaseykosoro gocnigxeHHs, abo (3) disnkansHoro o6crexeHHs (y TAKOMy NepeBaxHOMy no-
PAAKY 3aN€XHO Bif HASBHOI TeXHONOTi)




4.2.8. MopudikoBaHa mKana A/ BUSHAYEHHs CTYHEeH TAXKKOCTI y HaieHTiB 3 HeiipoHonmaTnyHo0 popmoro XTI (mSST)

Mapaniy nornsgy

OdranbMonoriyHe 0b6cTexeHHs

Eninencis

Bik Ha MOMeHT nepuioro
eninenTMyHoro Hanagy

Po3euTok / KOrHITMBHAG 38aTHICTD

Arakcis npu xoab6i

Mos3oukosuit Tpemop

MipamigHi nopyuweHHs

ExctpanipamigHi nopyweHHs

YTpyAHeHHs KOBTAHHS / opanbHa
6ynsbapHa dyHKuis

Mosga

Dopma xpebTa

Bcworo

HopMa (xoua € ManoiMoBipHOI Npy AAHOMY AiarHosi)

[opu3oHTanbHi cakkaam BiACYTHI, BEPTUKANbHI COKKQAM HASBHI

[opu30HTANbHI COKKAAM TA BEPTUKANbHI CAOKKAAM BiACY THI

Hopma

Mapaniy 4epenHo-mo3KkOBOro HEPEBA (3 NonepeAHbOIo KopekLieio abo bes Hei)

Mapaniy 4epenHo-MO3KOBOro HEPBA (MOBTOPHE BUHUKHEHHS HE3BAXAIOUYM HA XipYpPriuHy KOpeKLito)
BincyTHictb eninentMyHMx Hanagis

EninentuuHi Hanaau, ki He BUMAraioTb NPM3HAYEHHS NPOTUCYAOMHUX NPENApaATis

EninenTuyHi Hanaau, sSKi KOHTPOMIOIOTLCS NPUIMOMOM NPOTUCYAOMHUX Npenaparis

EninentuuHi Hanapu, ki BMMaraioTb NpM3HaYeHHs KOMBIHOBAHOI Tepanii abo siKi € pe3UCTEHTHUMM
110 NPOTUCYAOMHMX Npenaparis

MeHwe 5 pokis

5-10 pokis

10-15 pokie

16 pokis Ta 6inblwe abo BiACyTHICTb eninenTMYHUX HaNAAB
Hopma

MopyweHHs nerkoro ctynexs (IQ meHwe 85 abo exsisaneHTHO)
MopyweHHs cepepHboro crynexs (IQ 50-57 abo eksisaneHTHO)

MopyLeHHs BaxKoro cTyneHs (3HMXeHHs Binbl HiX HQ NONOBUHY Bif HOPMM, XAPAKTEPHOI ANS HASBHOTO
XPOHONOFIYHOTO BiKY)

HopMma, atakcis nposiBAseTbes TinbkM NpU TAHAEMHIH X0abbi

Arakcis np1 xoabbi no npsMii nixii, 3aatHicTb xoanTH 6€3 gonomoru

3AaTHICTb XOAMTH TiflbkM 3 AONOMOTOI0

HespaTHicTs xoanTH

BiacyTHicTb iHTeHUiHOrO TpEMOpY

IHTeHUiHMIA Tpemop 6e3 nopyLeHHs dyHKLi

IHTEHLiIMHUMA TPEMOP 3 BUPAXEHUM NOPYLUEHHSM By HKUT

HopmanbHuii ToHyc M'a3i8 3 nigBuLLEHHSM pedrekcis

Jlerke abo nomipHe niagBUILEHHS TOHYCY M'3iB Ta pednekcis

MiasuweHHs TOHYCY M'3iB Ta pednekcis 3 KNOHYCOM, HE3ANEXHO Bif TOTO, € BiH HECTIMKUM YM CTIHKUM
Baxka cnacTiuHicTb M'93iB 3 HE3AATHICTIO XOAUTH

Hopma

BapiabenbHicTb ToHycy Ta no3su 6e3 nopyweHHs dyHKuii Ha poHi Tepanii abo 6e3 Tepanii
BapiabenbHicTb TOHyCYy Ta O3y 3 NopyLweHHAM GyHKLi, HE3BAXAI0YM HA Tepaniio
BupaxeHa purigHicts M'a3iB 3 BigcyTHicTIo edekTy / MiHiManbHUM edbekTOM Big Tepanii
HopmanbHa dyHkuis

DOucdaris nerkoro ctyneHs (HaaMipHa cnuHoTeval))

DOucoaris nomipHoro crynexs (pusuk acnipauii, norpe6a B Mopndikauii xapuysaHHs)
Oucdaris Baxkoro ctyneHs (noTpeba B xapuyBaHHi, WO He 3AINCHIOETbCS Yepes poT)
Hopma (a Takox gitw, siki we € 3aHaATO MANMMM, wWob roeopuTH)

[13apTpisi nerkoro Ta cepeAHbOro CTYNEHS, WO NOPYLIYE CAPUMHATTA MOBM CTOPOHHIM CITyXQ4eM

Ou3apTpis BAXKOro CTyneHs, o NpU3BOANTb O HECNPUMHATTS BiNbLIOT YACTUHM MOBM 6NM3bKOIO TIOAMHOIO
TQ CTOPOHHIM ClyXa4yem

AnapTpis (He3paTHicTb roBOPUTH)

Hopma

Jlerkui kipo3, npote 36epexeHa rHyuKicTb Ta HeMae noTpebu B dikcauii
MoMmipHuHi Kido3, iK1 YaCTKOBO KOperyeTbes 3a gonomoroto dikcaii

Baxkuit kib o3, skuit He KoperyeTbcs 3a gonomoroto dikcauii abo BUMArae nposefeHHs XipyprivHoro BTPYHaHHS
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IopaTok
1o yHiikoBaHOro K/IiHIYHOTO IPOTOKONY EPBMHHOI, BTOPMHHOI (CIleliani3oBaHOI) Ta TPeTMHHOI (BUCOKOCIIeNiani30BaHOL)
Mefu4Hoi foromoru «XBopoba [omre»

Mlam’amKka gng nawicima 3 xgopoGoio lowe
ma ocoGnusocmi NPoBEeHHs jiepMEHMHOT 3aMicHOT mepanii

XBopoba lome - e pinkicHe MeTabomi4He 3aXBOPIOBAHHS, 1110 BUK/IMKaHe AeilnTOM /1i30COManbHOro hepMeHTy IToKoLepebpo-
3upasu. Y 0OCHOBi XBOPOOU eXUTh MPOrpecyiode HaKOMMYEeHH HePO3LIEIIEHOTO CyOCcTpaTy GepMeHTy Y Mi30coMax — CIeljiaTbHIX
YTBOpaxX K/IiTMHMU, AKi € KII0YOBUMM €/IeMEHTaMMI MeTa6onisMy. et anoManbHMII IpoLieC NPU3BOAUTD 1O PO3NaAy MeTaboIiYHOrOo
HepeTBOpPeHH y KIiTuHi (y BumagKy xsopobu lomure 1je — Makpodariu), Ta 3yMOBIIOE MacOBe HAPOCTaloye HAKOIMMYEeHH KiIbKOCTi
KJITVH 3 HepO3IIeIIeHUM CyOCTPaTOM Y Pi3HUX TKaHMHAX Ta OpraHaX JTIONMHM, LIO if IPU3BOAUTD JO XapaKTePHUX IPOSBIB XBOPOOIL.
XBopob6a € My/IbTUCUCTEMHOIO, TOOTO ypaskae OHOYACHO JieKilbKa OpraHiB 30KpeMa, CeNes3iHKY, Ie4iHKY, KicTKOBY TKaHMHY. XBOpoba
CYIPOBOIXYETHCS aHEMI€I0 Ta TPOMOOLIMTOIIEHI€I0 PI3HOTO CTYIIEHIO TKKOCTI.

Icuye Tpu Tunu xBopo6u loure: Tvm I, AKMIT € HAMIOMMPEHIMNM Ta MOXe IIPOSABUTUCH y OyAb-akoMy Bini, Tum II (HariBarxcumii,
IPOABIAETbCS Ofpa3y MiC/IA HAPOI>KeHH s, MALli€HTY AK IPaBUIO He XUBYTH Oinbine poky) Ta tui III. OcranHi ABa THIM NOB’A3aH]
i3 HEBPONIOTiYHMMY NOPYIIEHHAMY Ha JOZATOK 10 OCHOBHMX CUMIITOMIB XBOopo6u ['omre

TeH, MyTaLil B IKOMY IIPU3BOAATD 1O PO3BUTKY XBOpobu lolite, po3TaioBaHuit Ha XpoMOCOMi 1, Ipy 1{bOMY IIMOBIPHICTb HAPOI>KEHH S
Y ABOX HOCIiB MyTaIlili XBOpOI UTUHM CTAaHOBUTD 25%. 3asBuyail, HoCii ofHiel komii MyTallii He XBOpiloTb. ToMy Ay>ke Ba>kK/IMBO 3HATH:
AKi caMe MyTalii IPUCYTHI y reHOMI IIalli€HTa Ta J10ro 6aTbKiB — HOCIiB MyTalill, 06 cBoeyacHo npoBecTy npeHaranbuy JTHK-niarnoc-
THKY Ta 3aI06II T HAPOJKEHHIO XBOPOI AUTUHIL.

Iompu Te, 1o y cBiTi YacToTa XBopobu lomre € focuTh HU3bKOIO — 1:40000, y momyALii eBpeis alrkeHasi (rpynu eBpeiB, Aki icTopuyHO
IpOXXMBAIM Ha TepuTOpii YKpaiHu) BoHa cArae B cepegHboMy 1:400-1:1000, mpuyoMy icHye 6araTo BUMafKiB, KOMKM Y POAUHI OFHOTO
Halli€HTa JOAAaTKOBO BYUAB/IAIUCH Liie IeKinbKa XxBopux. CaMe TOMY, TiKap Iepef IpU3HAYeHHAM [eBHIUX NiarHOCTUYHUX KPOKIB, 301pae
indopmaliio nmpo poanHy malieHTa 3 mifo3poi Ha xBopoby lome - s indopMalia Moxxe 6YTU Ay>Ke JOPEYHOIO B IIaHI YTOYHEHHS
MiarHo3y Ta BUAB/IEHHS iHIIMX BULA/IKiB 3aXBOPIOBAHHS.

DepmenTHa 3amicHa Tepamnis (O3T) - e MeTOR MiKyBaHHS, AKWII IOJLATAE Y IePIOfMYHOMY BBefleHHI Crieln(itHOro pepMeHTy, AKUIL €
y HeflocTaTHi Kinbkocti y manienta. ®3T mpu mikyBaHHI XBopo6u [olle IPOBOAATD IIIAXOM BHYTPIIIHbOBEHHOTO BBEIeHH I TIKAPChKUX
Ipemaparis, AKi Mal>Ke aHAJIOTiYHI HATMBHOMY JIOACbKOMY O17IKY — ITIOKOLiepe6pos1aasi, Ta OTPUMYIOTbCA METOLOM IeHHOI iHKeHepii.
®3T BUKOPUCTOBYEThCA A/ NiKyBaHHA XBopobu Tome I Tuny Ta HeHeitponatuyHux npossis III Tumy 6inbie 20 pokis, i € «3010TUM
CTaH/IapTOM» JIiKyBaHHA LIi€l maTosorii.

®3T B1Marae 4iTKOro BUKOHAHHA CXeMM 3aCTOCYBAaHHSA NTiKapCbKOTo 3ac00y Ta MOXXUTTEBE JOr0 IPOBefieHH . ¥ IiKyBaHHi He IIOBYHHO
OyTu mepepBH, OCKIIbKM Lie HETATMBHO BIUIMBAE Ha NMOfabiny epektuBHicTh P3T.

Bopuouac, 3T He BI/IMBa€e Ha CUMIITOMM Ypa>keHHA HepBOBOI cucteMu (p0o3yMoBOI BificTa/ocTi abo iHII) i TOMY He peKOMeHIOBaHa
Halli€eHTaM 3 HeBPOIOTIYHMMU IPOABaMI 3aXBOPIOBaHHA 260 € npusogoM npunuxenHs G3T. Kpim Toro, KputepisMu A1 MpUNMHEHHA
®3T € nopylIeHHA CXeMU TiKyBaHH:, HaABHICTb NOOIYHNUX A1l Ta HelepeHOCHMICTh TiKyI040ro 3acoly, BiicyTHICTb edeKTUBHOCTI
NiKyBaHHA, MOPYILEHHA rpadiky 06CTe>KeHHA MaljiEHTa.

B pesynpraTi ®3T 3MeHIIYIOTHCA HPOABU YpaXKeHH KiCTKOBOI CHCTEMU: OCTEOIIeHis, Oi/b y KicTKaX, pU3MK IepeIoMiB KiCTOK
Ta 3arajibHe MOMIIIIEHH IKOCTI )KUTTS XBOpUX. Ajte 61/1bIl IMOOKI yparkeHHs KiCTOK, Taki sIK 0CTeOHeKpo3, octeodibpos Ta miTuyHi
ypa>keHHA MiKBifyBaTy He Mo>KHa. CBOEYACHO PO3IOYaTe TiKyBaHHA 3MEHIIYE PU3UK MOABU LIMX HE3BOPOTHIX YCKIaTHEHD.

YacroTy BisuTiB Ta iHuIy iHpOpMaLiio MI0K0 TiKyBaHHI MO>KHA OTpUMaTH y Bamroro nikyrodoro nikaps ta y Llentpi opdanHux 3a-
xsoproBanb HICJI «OXMATIONT».
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