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Po6oua rpyna 3 aganranii KJIiHIYHOI HACTAHOBH

I'opoBenko
Haramnis I'puropisna

Jlimumaa
Osnera MuxaiiniBHa

['peuanina
Onena SkiBHa

barpacaposa
[arpera BapranoBHa

bekeroa  I'anmnHa
Bononumupisaa

bepexHnii
B’suecnan
Bonoagnmuposnuu

byraiioBa
Onena BanepiiBHa

Bomocosenn
Onekcanap
IlerpoBnu

3aBilyBauy Kadeapu MEIWYHOi 1 JIabopaTOpHOI TEHETUKH
HamjonaneHoi MeauuHOl akaaeMii IMCIISIIUIIIOMHOI OCBITH
imeni [LJL.IIynuka, wnen-kopecnonaent HAMH VYkpaiuu,
I.M.H., Tpodecop, TOJOBHUN TO3AMTATHAA CIEMIATICT
MO3 VYxkpainu 3i criemianbHoCTi «['eHeTrka Meauaaay (3rigHo
3 HakazoM MO3 VYkpainu Bix 18.09.2014 Ne 482-k), 3acTynmHUK
rOJIOBH pOOOYOT IPYIH 3 KITHIYHUX MTUTaHb;

JTUPEKTOp JAeNapTaMeHTy CTaHAApTU3allil MEAMYHUX MOCTYT
Jlep>kaBHOTO MiANpUEMCTBA «JlepKaBHUIM €KCIEPTHUN IIEHTP
MO3 VYkpainu», K.M.H., CT.H.C., 3aCTYITHUK TOJIOBH POOOYOi
TPy 3 METOOJIOTI;

JUPEKTOp YKpPAaiHCBKOIO 1HCTUTYTY KJIIHIYHOI T'€HETHKHU
XapKIBChKOTO  HAIIIOHAJILHOTO  MEIUWYHOTO  YHIBEPCHUTETY,
yineH-kopecnonaeHT HAMH Vkpainu, n.men.H., mpodecop,
roJIOBHUHM  mo3amTaTHui  croemianict  MO3 Ykpaian 31
cnemianbHOCTI «l'eHeTnka MeauuHa ['eHeTnka mabopaTopHay
(3rigHo 3 HakazoM MO3 VYkpainu Big 10.12.2012 Ne 526-k);

3aBiyBady BIAJUIEHHA JUTA40i Hedposorii JlepxaBHOi
ycTaHOBH «[HCTHTYT Hedpoorii HAMH Vkpainn»,
[Ipesuaent Acomiartiii HedgposioriB YKpainu, A.M.H., mpodecop,
roJIoBHUN mozamrtatHuil  cremiamict MO3  VYkpainu 31
cnenianbHoCcTi «luTsya Hedposoris» (3rigHo 3 Hakazom MO3
VYkpaiam Big 10.12.2012 Ne 526-k);

3aBigyBad Kadeapu IUTSYMX Ta MUTIITKOBUX 3aXBOPIOBAHb
HMAIIO im. I[LJI. lynuka, a.M.H., npodecop, ToJIOBHUN
no3amTaTHuil cnewianict MO3 VYkpaiHu 31 CHeUiaJbHOCTI
«Ilemiatpis» (3rigHo 3 Hakazom MO3 Vkpainu Big 18.09.2014
Ne 482-x);

3aBigyBau kadenapu memiatpii Ne 2 HamionansHOi mMeaumuHOT
akanemii micnsauuioMHoi ocBity imedi [LJIL.IIynuka, n.M.H.,

npodecop;

JTOIEeHT  Kadeapu  MEIUYHOI TEHETUKHM  XapKIBCHKOTO
HAI[lOHAJIBHOTO  MEIUYHOIO  YHIBEPCUTETY,  3aBiIyBad
BIJIJIUICHHSI KJIIHIYHOT reHeThKu obsiacHoro LleHTpy cnaakoBoi
NaTOJIOT1] CIOIYYHO! TKAHUHHU, K.M.H.;

3aBigyBau kadempu mnemiaTpii HarioHaJbHOTO MeEIMYHOTO
yniBepcutety imeni O.O. boromonbus, A.M.H., npodecop,
YJICH-KOPECIIOHAEHT HAMH VYkpainu, TOJIOBHUM
no3amtatHuil - cremianict MO3 YkpaiHu 31 creniajJbHOCTI
«/lutsya  kapaiopeBMartoJiorisy  (3riAHO 3 HAaKa3oM



JloHCBKa
Cgsitnana bopuciBna

Kamincekuit
B’gueciaB
Bonogumuposuu

KonecHuk
Mukoja
OJiekciitoBUY

Maptuntok
Bonogumup
OpiitoBuu

MapueHKOBChbKUHT
Irop AnarosmiiioBud

Marroxa
Jlapuca ®denopiBHa

MocToBeHKO
Paica BacuiniBHa

3
MOQO3 Vkpainu Big 18.09.2014 Ne 482-x);

3aBiJlyBay LICHTPY JUTAYOT OHKOIE€MAaTOoJIOT1i 1 TpaHCIIaHTallil
KICTKOBOTO MO3Ky HarioHaibHOT IUTS901 CcrerianizoBaHol
mikapai «OXMATIAUT» MO3 Ykpaiau, K.M.H., JOIICHT,
rojIoBHUN  mo3amrtaTtHui  cremiamict  MO3 Ykpaiam 31
criemianbHOCTI «/IuTs9a remaTonoris» (3rigHo 3 HakazoM MO3
VYkpainm Big 18.09.2014 Ne 482-x);

3aBigyBau  kadempu  akymepctBa 1 TiHEKodorii  Ta
PEeNpOaYKTOJIOT 1 Harmonansso01 MEIUYHOT akazemii
nicnaauioMuoi  ocBitu  imeni  ILJI. Illymwuka,  4ien-
kopecnonyieciT HAMH Vxkpainu, a.M.H., npodecop, roloBHUN
no3amrtatauil  cnemianict MO3 VYkpainu 31 cHemiajJbHOCTI
«AKymiepcTBO 1 TiHEKoJoris» (3rigHo 3 Hakazom MO3
VYkpainu Big 18.09.2014 Ne 482-k);

nupektop iHcTuTyTy Hedposorii HAMH Vkpainu, a.m.H.,
npodecop, rosioBHUM no3zamratHuid cremianict MO3 Ykpainu

31 cnemianbHOCTI  «Hedpomorisy  (3rifHO 3 HAKa30M
MO3 Vkpainu Big 18.09.2014 Ne 482-x);

TUPEKTOp YKPaiHCBKOTO MEIUYHOrO IIEHTPY peadumiTartii
JITEH 3 OpraHiuHMMHU Ypa)XeHHsSMU HepBoBoi cuctemu MO3
YKkpaiHu, K.ME€I.H., JOLUEHT, TOJOBHUM  IO3aIITaTHUH
cunemiamict  MO3  Vkpaiau 31 crmemiansHOCTI  «JluTsaa
HeBpoJorisi» (3riHo 3 HakazoM MO3 VYkpainu Big 18.09.2014
Ne 482-x);

KEpIBHUK BUIIUTY TCUXIYHUX PO3JQAIB JITEH Ta TMiTITKIB
YKpaiHCHbKOTO HAYKOBO-JIOCHITHOTO 1HCTUTYTY COIAJbHOT 1
cynoBoi micuxiaTpii Ta Hapkosorii» MO3 Ykpainu, K.M.H.,
rojloBHUM mo3zamTaTHuil  cnemiamict MO3  Vkpainum 31
cnemiaabHOCTl  «/luTsya mncuxiarpis» (3rigHO 3 HAKa30M
MO3 Vkpainu Big 18.09.2014 Ne 482-x);

3aBilyBau Kadeapu CIMEHHOT MEAUIMHU Ta amOyJaTOpHO-
MOJIKIIIHIYHOI gormoMord HamoHanpHOT Meau4HOI akajeMil
nicnaaumioMuoi  ocith  imeni ILJI. llymuka, [a.Men.H.,
npodecop, roaoBHUHN mo3amraTHui cremamct MO3 Ykpainu
31 cremiaabHOCTI «3arajbHa IMpaKTHKa — CiMEHHA METUIIMHAY
(3rimHo 3 HakazoM MO3 Vkpainu Big 18.09.2014 Ne 482-x);

3aBiJlyBau JUTAYOTO 1H(PeKIiitHoro BiAauieHHs HarioHanbHOI
IuTA4Y0l  criemiami3zoBanoi  JikapHi «OXMATIUT» MO3
VYkpainu, K.M.H., TOJOBHUU mo3amTaTHui cremiazict MO3

VYkpainu 31 cnemianbHocTi «llemiatpis» (3rigHO 3 HakazoM
MOQO3 Vkpainu Big 10.12.2012 Ne 526-k);



Hersoxenko
Bacwib 3axapoBuu

Kimumenko Cepriit
BikropoBuu

OnpxoBuy Haramnis
BikropiBHa

[Tiukyp Haramis
OnekcaHapiBHa

Poccoxa 3o0s
IBaHIBHA

Tkauenko Onena
BacwuiiBHa

Xapuenko Haramis
B’sueciaBiBHa

[Tanpin Oner
['ennaaiiioBuu

3aBiyBad KadeIpu MPOIENeBTUKH BHYTpIlIHIX XBOpoO Nel
HarionansHoro MEIUYHOTO YHIBEPCUTETY iMeHi1
0.0. boromonbis, wieH-kopecnonneHr HAMH — VYkpainu,
I.MeA.H., mpodecop, TOJOBHUW TIO3AMTATHUNA CIEIIaTiCT
MO3 VYxkpainu 31 cnemianbHOCTI «Teparmisiy (3rigHo 3 HaKa3oM
MO3 Vxkpainu Bix 18.09.2014 Ne 482-k);

3aBiJlyBay BIIJIUTY MEIMYHOI TeHETHKH JlepKaBHOI yCTaHOBHU
«HarioHanbHM HAyKOBUM LEHTp padialliiHOl MEIUIIMHU
HamionanpHoi akagemii MeAMYHUX HAyK YKpaiHW», HI.M.H.,
npodecop, rooBHUM no3amraTHui cremamnct MO3 Ykpainu
31 cmemianbHOCTI «I'emaromoris» (3rigHo 3 Hakazom MO3
VYkpaiam Big 18.09.2014 Ne 482-k);

3aBiyBad Jlaboparopii MEAMYHOI TEHETUKH MEJUKO -
reHeTHYHOro 1neHTpy HarioHaabHOT AUTAYOI CIieliaii30BaHol
mikapai «OXMATIAUT» MO3 VYkpainu, K.0.H., TOJOBHHIA
no3amrtatHuil  cnemianict MO3 Vkpainu 31 cremiaabHOCTI
«I'eneruka naboparopna» (3rimHo 3 HakazoM MO3 Ykpainu
Bix 18.09.2014 Ne 482-k);

3aBinyBau llenTpy opdanHux 3axBoproBaHb HarlioHanbHOI
JTATSYOT creriaji3oBaHol JKapHi «OXMATIAUT»
MQO3 Vkpainu, K.M.H., TOJOBHMM TMO3aIITaTHUM CHEIIATICT
JlemapTaMeHTy OXOPOHHM 3JI0POB’Sl BHKOHABYOIO OpraHy
KuiBcbkoi wmickkoi pamu 31 croemianbHocTi  «I'eHeTnka
MENYHAY;

TUPEKTOp pedepeHc-UeHTPY 3 MOJIEKYJISIPHOI J1arHOCTUKH
MO3 Vkpainu, K.M.H.;

3aBigyBau Kadenpu Heposorii No2 HamionansHOT MequyHOT
akanemii micisiaumuiomHoi ocBity imeni [LJI. Hlynuka, n.m.H.,
npodecop;

3aBijlyBau Kadeapu TacTPOCHTEPOJIOTii 1 JIETOJIOTII, JeKaH
TepaneBTUYHOro  (pakynprery  HamioHanpHOi  MeIMYHOI
akajaemii micnasaumioMuoi ocBitu iMeHi [1LJI. Ilynuka, 1.M.H.,
npodecop, rojoBHUM no3amratHui cremianict MO3 Ykpainu
31 cnemianbHOCcTl «l'acTpoeHTeposioris» (3riIHO 3 HaKa3oM
MO3 Vkpainu Bix 17.11.2014 Ne 622-k), 4ieH-KOPECIOHACHT
HAMH Vkpainuy;

3aBiJlyBad BIIIUTYy MpoOJIeM XapuyBaHHS Ta COMAaTHUYHHUX
3aXBOpIOBaHb [ITe paHHBOrO BIKy Jlep:kaBHOi ycTaHOBH
«lHCTHTYT Temiarpii, akymepctBa 1 TiHekojorii HAMH
VYkpainny», 1.MeI.H. TOJOBHUM To3amTatHuil cretianict MO3



Smenko FOpiit
bopucosnu
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VYkpaian 31 crhemiaJibHOCTI  «JluTsya racTpoeHTepOJIOTisH
(3rigHo 3 HakazoM MO3 Vkpainu Big 18.09.2014 Ne 482-x);

3aBijyBad HAyKOBOTO BiUTY OpraHi3allii MeJu4HO1 JOITOMOTH
JlepkaBHOI HayKOBOI ycTaHOBU «HaykOBO-IIpakTUYHUI LIEHTP
npo(iTaKTUYHOI Ta KIHIYHOT MeAunuHu» Jlep:kaBHOTO
yOpaBJIiHHS copaBamMu, mpodecop Kadeapu HEOHATOJIOTI
HMAIIO imeni I1. JI. llynuka, a.M.H., mpodecop, TOIOBHUIMA
no3amtatHuil  cnemianict MO3 Vkpainu 31 cremiaabHOCTI
«Ilemiarpis» (3rigHo 3 HakazomM MO3 Vkpainu Big 29.05.2014
Ne 196-k).

MeTtoanuHuii cynposia Ta inpopmaniiiHe 3a0e3neyeHH

I'opox €BreHiit
JleoH10BHY

MenbHUK €Breuisa
OnexcanapiBHa

[Iunkiga Onena
OnekcanapiBHa

Py61ioBa €Brenis
IropiBHa

HayaJbHUK  BIAJAUTY  SIKOCTI  MEAMYHOI  JIOMMOMOTH  Ta
iHpopMalIiHUX TEXHOJOrid JlepKaBHOTO MIANPUEMCTBA
«JlepxaBHuii ekcneptHui neHTp MO3 Ykpainnmy;

HauyaJbHUK BIAJUTY JOKa30BOi MeauIMHU Jlep»aBHOTO
H1IPUEMCTBA «JlepxaBHUM EKCIIEPTHUM LEHTP
MO3 Vkpainn»;

HayaJbHUK BIJUTY METOJUYHOTO 3a0e3NedYeHHs HOBITHIX
TEXHOJIOTIM y cdepl OoXxopoHH 370poB’s JlepxkaBHOTO
H1ITPUEMCTBA «JlepxaBHUMU EKCIIEPTHUM LIEHTP
MO3 Ykpainm»;

eKCIepT BIIAITYy METOJUYHOTO 3a0e3MEUYeHHS] HOBITHIX
TEXHOJIOTIH y cdepi oxopoHH 370poB’s JlepxkaBHOrO
1JIPUEMCTBA «/lepxaBHUl EKCIIEPTHUI LIEHTP
MO3 VYkpainm».

Hep:xaBunii ekcneptHuii neHTp MO3 Ykpainu € wieHoM

Guidelines International Network
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Penenzentu
Jlexxenko  I'enHanmiii 3aBigyBau Kadeapu rocHiTalbHOI MemiaTpii 3armopizbKoro

OnexcanapoBUY JIEP’KaBHOTO MEIMYHOTO YHIBEPCUTETY, J1.M.H., Ipodecop
Cinuyk nomeHt kadempu  memiatpii  Ne 2 BimHUIBKOTO
Haranis IBaniBHA HaIlIOHATBFHOTO MEIMYHOTO YHIBEPCUTETY, K.M.H.

Ieperasa ananToBaHoi KJIiHiYHOI HacTaHOBHU: JuneHb 2018 pik



MEPEJIMOBA MYJbTUIUCIHIUITJIIIHAPHOI POBOYOI I'PYIIU 3 AJATITALIII
KJIHIYHOI HACTAHOBHU. CUHTE3 TAHUX

Jlana kniniuna HacmanoBa € a0anmoBaHo Ol CUCMeEMU OXOPOHU 300pP08 5
Vrpainu eepcieio  kniniunux pexomenoayiui Revised recommendations for the
management of Gaucher disease in children. European Journal of Pediatrics
(2013), wo Oyau obpani pobouol 2pynorw sAK NPuKIaAd HAUKPAWoi Npakmuku
HAOAHHS MeOu4yHoi donomozu nayieumam 3 xeopoborw [owe, i epyHmyemuvcs Ha
0anux O00KA3060i MeOUYUHU CMOCOBHO epeKmusHocmi ma 0Oe3neku MeOUudHUx
empyyamsv, hapmaxkomepanii ma opeanizayiiHux NPUHYUNIe ii HaOaAHHS.

Oxkpemi po30inu HACMAHOBU, 30KPeMa NUMAHHA enioemionozii, 0iacHOCMUKU
ma nikysanns oonoeneni gpacmenmamu 3 A reappraisal of Gaucher disease—
Diagnosis and disease management algorithms. American Journal of Hematology
(2010) ma pexomenoayismu, pospoorenumu The Belgian Working Group on
Gaucher Diseas, Guidelines for diagnosis, treatment and monitoring of Gaucher's
disease. June 2004.

3anpononosana adanmosana KAiHiYHa HACMAHOB8A He NOBUHHA PO3YIHIOBAMUCH
SAK cmaHoapm meouyHo20 JIKY8aHHA. J[OMPUMAHHS NOJIOHCEHb KNIHIYHOI HACMAHO8U
He 2apanHmye YCRIUHO20 NIKYBAHHS 8 KOWCHOMY KOHKPEMHOM) 8UNAOKY, ii He MONCHA
posenadamu AK NOCIOHUK, WO 6KIYAE 6CI HeoOXIOHI Memoou JiKy8auHs abo,
Haenaku, eukmoyac iHwi. Ocmamoyne pileHHs CMOCOBHO BUOOPY KOHKPEemHOI
KIIHIYHOI npoyedypu abo NIaHy JIKY8AHH NOGUHEH NPUUMAMU JIIKAP 3 YPAXYE8aAHHAM
KNIHIYHO20 CMAHY NAYieEHma ma MONCIUBOCMEU Ol  NPOBEOeHHS  3axX00i8
OdiacHocmuKy i JIiKY8AHHA Y MeOUYHOMY 3aK1adi. Aoanmosana KuiHIYHA HACMAHOB8A
«Xeopoba ['owey, 8i0n08iOHO 00 C8020 BU3HAUEHHS, MAE HA Memi HAOAHHS OONOMO2U
JiKapio 1 nayiecHmy 6 NPUUHAMMI PAYIOHANIbHO20 DIWEHHS 6 PIZHUX KIIHIYHUX
cumyayisax, cuyeye iHGOpMayitinolo NIOMPUMKOIWO w000 HAUKPAWoi KIiHIYHOT
NPAKMUKU Ha OCHO8I O00KA3I8 eqheKmu8HoCmi 3aCmOCY8aAHHSA NEeGHUX MeOUUHUX
MexHoN021U, IIKI8 Ma OP2aAHI3aAYIHUX 3ACca0 MeOUdHOI 0ONOMOR2U.

Bcmanoenennsa/niomeepooicenns diacnozy «Xeopooba I'owe» ma npuznauenHs
Gepmenmuoi 3amicnoi mepanii 30iticHioembcs Yy Llenmpi opannux 3axeoprosars
Hayionanvnoi oumsvoi cneyianizosanoi nikapni « OXMAT/{UT» Minicmepcmea
0XOpPOHU 300p08’s1 YKpainu.

YV 2016 poyi aoanmoeauma KIIiHIYUHA HACMAHOBA, 3ACHOBAHA HA O00KA3AX,
«Xeopoba [owe» wacmkoso nepe2iaHyma 3 Memorw YMOUHeHHs IHopmayii wooo
3ACMOCY8AHHS IKAPCbKUX 3ac00i8 0151 (hepmenmuoi 3amicnoi mepanii npu x80pooi
Towe 6 Ykpaini. Ilepecnanymuii komenmap pobouoi epynu 6 po3oini « Pexomenoayii
w000 NIKY8aHHs nayieHmis 3 x6opoboio I owey.

Yacmrxosuii nepeansio a0anmosanoi KIIHIYHOI HACMAHOBU He NIUHYE HA 3MIiC
VHIQDIKOBAH020 KIIHIYHO20 NPOMOKONY NEePBUHHOI, 8MOPUHHOL (cheyianizoeanoi) ma
MpemunHoi  (8UCOKOCNeyianizoeanoi) meouuHoi oonomocu «Xeopooa Iowey,
3ameepodicenozo Haxazom MO3 Vkpainu 6io 19.08.2015 Ne 529.



IIpeamOyJa
XBopoOa ['omie — 1e cmajkoBe MAHETHIYHE 3aXBOPIOBAHHS, IO 3a3BUYai

MOYMHAETHCS B JUTUHCTBI Ta 00OyMOBJIEHE Ne(DIIIMTOM aKTUBHOCTI J130COMAIBHOIO
dbepMeHTy TirOKOonepeOpo3naasu  (kucioi B-rimroko3ugasu).  Po3pizHAOTE  IBa
OCHOBHHX (peHOTHNH: HeHelponaTuanuii (Tur I) Ta Hefipomatnunnii (tunu 11 ta I1I).
JiTi 3 KIIHIYHUMH TPOSBAMH 3a3BHYail MAIOTh TSDKKHUI mepelir 3aXBOPIOBAaHHS, Y
HUX CIOCTEPIra€ThCsl 3aTPUMKA POCTY 1 CTAaTeBOTO JO3pIBaHHS, PaHHIM MOYATOK
OCTEOTEH1i, 3HayHa CIJIEHOMErajis, TemaToMeraiis, TPOMOOIMTONCHIsA, aHeMis,
CHUJIBHUM KICTKOBUM O1J1b, TOCTP1 KICTKOBI KpPU3HM Ta mepenoMu. JliTsMm, 10 MaroTh
noaioH1 cumnTomu xBopoou ['omre Tuny I ta 111, HeoOX1HO TTpHU3HAYaTH PEPMEHTHY
3aMICHY Tepario, 10 JOMOMOXKE YHUKHYTH BHCHA)KJIMBOIO 1 YaCTO HE3BOPOTHOIO
MPOTPECYBaHHS TATOJOTii, a TaKOoX JO3BOJUTH XBOPUM 3 HEHEHPOMATHIHOIO
dbopmor0 BeCTH HOpMaTbHUMN c110Ci0 KUTTS. KoxkH1 6 MICSIIIB IITSIM CJI17] BUKOHYBaTH
MeIu4YHEe OOCTEKEHHA (OIS BKIIIOYAE BUMIPIOBAHHS 3pOCTY, 00’€My MEYIHKU Ta
CeJIe31HKH, HEBPOJIOTIYHE OOCTE)KEHHS 1 BU3HAYEHHS T'€MaTOJOTIYHUX TMMOKA3HUKIB).
OnunH-nBa pasu Ha PiK HEOOXIJHO MPOBOJIUTH JOCTIIKEHHS CKEJIETHUX TKaHUH
(OILIHKY MIUIBHOCTI KICTKOBO1 TKAaHWHHU, JIarHOCTHYHE JOCIIKCHHS 3 Bi3yasli3alli€ro,
0akaHO MAar”HiTHO-PE30HAHCHY TOMOTpadito MOMEPEeKOBOro BIALTY XpedTa Ta
HIDKHIX KIHI[IBOK) 1 CIEIiali30BaHU CepleBO-CYIUHHUN MOHITOPUHT JJISl JIESIKUX
nauieHTiB 3 xBopoOow [ome III Tumy. TepameBThuHa BIANMOBIAL Ha JIIKYBaHHS
BU3HAYaTHME YacCTOTY BUKOHAHHS OOCTEKEHHS Ta ONTHMAIIbHY 103y (epMEHTHOI
3amicHoi Tepamii. iTam 3 xBopoOow ['ome Tumy Il (HaHTSXKY0I0) MPU3HAYAIOTH
miaTpuMytoue JiikyBaHHs. J[iTell B JOCMMOTOMHOMY Tiepiojii (3a3BHuaii 3 XBOPOOOIO
lNome tumy 1) yactime i1eHTUDIKYIOTH B pe3ybTaTi CKPUHIHTY cepesl MOMyJIAiii 3
BHCOKOIO TIOIIUPEHICTIO MAaToJIorii ado 3a HasABHOCTI YpaKeHUX PITHUX OpaTiB 4u
cectep. Jnmsa miel rpynmu XBOPHX PEKOMEHAYETHCS BUKOHYBATH MEAWYHHUMA OTJIS
HIOPIYHO (BKJIIOYAIOYM OLIHKY MIIJIBHOCTI KICTKOBOi TKaHWHM). BTiMm, wacroTa
MOHITOPUHTY aCUMITOMATHUYHUX JITEH 3 HAsBHICTIO B POJAMHI ypaX€HUX OpaTiB uu
CeCTep Ma€ BU3HAYATUCS BIKOM TMAIlI€EHTA Ta TSXKKICTIO MPOSIBIB 3aXBOPIOBAHHS Y
cTapmoro xBoporo cubca. JlikyBaHHS Ciig TpW3HAYaTH TUIBKKA 3a HASBHOCTI
CUMIITOMIB Ta O3HaK XBOpoOuW. BHCHOBOK: paHHE BUSBIEHHS Ta JIKyBaHHS
cumnroMatuuHux Tumis [ 1 [T xBopoOu ['omie 103BOMTE ONTUMIZYBaTH PE3yJIbTaTH
tepamii. JiTAM B JOCMMOTOMHOMY IMEpPiOJl 3aXBOPIOBAHHS HEOOXIIHO MPOBOAUTH
PETYISIPHUI MOHITOPHHT CTaHy 3J0pOB’sS. BaXIWBHM TakKoX € T'E€HETHYHE
KOHCYJIbTYBaHHSI.
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AHTI0TEH3UH-TIEPETBOPIOIOYUI epMEHT
JIBoeHepreTHyHa peHTIeHIBChKa abcopOItioMeTpis
ETunenaunamMiHTeTpaoliToBa KUCIOTA
Komn’rorepna Tomorpadis

JlimompoTeiny BUCOKOT MIUTBHOCTI

JlimompoTeinu HU3bKOI MITEHOCTI
MarsiTHO-pe3oHaHCHa ToMorpadis

MiHepanbHa MUTBHICTH KICTKOBOT TKAHUHU

HarmionaneHa auTs4a crieniaaizoBaHa JIiKapHs
«OXMATIOUT»

TpaHcranTalis reMOIOeTUYHUX CTOBOYPOBUX KIIITUH
Taprtpar-pe3ucteHTHa Kucna gocdarasza

VY bpTpazByKoBe AOCITIIKEHHS

depMeHTHA 3aMiCHA Teparis

[{eHTpanbHAa HEPBOBA CHCTEMA

Food and Drug Administration, YnpasiiaHs 3 caHITApHOTO
HarJIs1y 3a SKICTIO XapyOBUX MPOAYKTIB Ta MEIUKAMEHTIB,
CIIA

Glucocerebrosidase gene, ren ritokorepedpo3uiazu
Mendelian Inheritance in Man, ¢peHOTHIIOBI MapkepH
JHOIUHU

MHoK1Ha HOpMaJIbHUX 3HAUYEHb

Quantitative chemical shift imaging, kinbkicHa Bizyasizaiis
XIMIYHOTO 3CyBY



10
3micT

Beryn

Jliarnoctuka xBopoowu I'orre

PexomMeHnarii 1m1o/10 JIiKyBaHHS TMalli€EHTIB 3 XBOpoOoro ['orie
MOHITOPUHT NpOrpecyBaHHS 3aXBOPIOBaHHS Ta €()EKTUBHOCTI JIIKYBaHHS
AJbTepHAaTUBHI METO/IU JIKYBaHHS

Jliteparypa

JlomaTku

NogakowdE



11
BCTYII

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

XBopobOa [ome — reHeTUYHE MaHETHIYHE 3aXBOPIOBAHHS, II0 Ma€ TOIIUPEHICTH B
csiti mpuom3Ho 1:40 000 — 1:60 000 [17, 28, 49]. Cepen eBpeiB amnikeHasi 11e ojHa 3
HaANPO3MOBCIO/DKCHINNX TeHETUIHHUX MATOJIOTIN 3 YaCTOTOIO BHUIMAJIKIB CEpell HOCIIB
1:17 [35]. YcnaakoByeThes 32 ayTOCOMHO-PEILIECUBHUM TUIIOM, IPUYHMHOIO € 1e(inuT
Ji3ocomanbHOTO (pepMeHTy TiroKonepedposugaszu  (kucioi P-rmokosumaszu). Lle
MPU3BOJUTH JI0 HAKOMTMYEHHS CyOCTpaTy riroKonepeOpo3nuay (TIIOKO3HIIepaminy) B
Ji30coMax MakpodariB Ta 1HIIUX KJIITHH, HaMpUKiIaa, octeobnactiB [50]. 3anoBHeH1
JminigaMu «KITHHA ['omey) akyMymroloThCsl B PI3HUX TKaHWHAX 1 OpraHax, 0COOIMBO
B CeJIe31HIIl, MeYiHIll, KICTKOBoMY MO3KY ([lonatok 6, puc. 1a), jereHsax ta Mo3Ky.

Xoua xBopoOa [omie 1 MpOSBIAETHCS B paMKax IEBHOTO CIEKTPY CHUMIITOMIB,
3araJbHOMPUMHATOI0 € KIIHIYHA Kiacu@ikaiis 3 MOAUIOM Ha TpU TUnu: Tum [
(Heneriponiatnynnii, Karanor ¢eHotunoBux mapkepiB moauau (MIM) 230 800),
tun [  (roctpuii  HeWiponatwunuit, MIM 230900) i Tun III (xpoHiuHMit
Heliponatnunuid, MIM 23 100). B €ppomni, Kanami ta CHIA HalnmomupeHIow
dbopmoro xBopobu ['ome (94 %) € Tun I, MmO XapakTepuszyeTbcsl BIICYTHICTIO
MIEPBUHHOTO 3aJTyYCHHSI Y MATOJIOTIYHHUHA MPOIIEC IIEHTPATLHOT HEPBOBOI crcTeMH. B
IHIIIMX YacTHHAX CBITY, Takux sk €rumer, SAnoxis, [seris, [Tonsina, HeliponaTudHi

dbopMHu MOXKYTh MaTH OUIBITY PO3MOBCIOJKEHICTh, Hik xBopoOa ['ome tumy I [37,
64].

O3Haku Ta CUMIITOMHU HEeHelponaTuyHoi hopmu xBopoOu [omie y AiTelt BKIIOYAIOThH
CIJICHOMETail0, TemaTOMETaliio, TPOMOOIIMTONEHII0, aHEeMil, BIJICTABAaHHI Y
PO3BUTKY, 3aTPUMKY POCTY 1 CTaTeBOTO J03piBaHHS, OCTEONCHIIO, CHIIBHI 00 Yy
KicTKax (roctpi KicTkoBl Kpu3u) Ta nepenomu [40]. IIpu HeHeilponaTtnyHiil dopmi
XBOpoOM [omre, Mo 4acTo HEBIPHO OMHUCYIOTh SK IMATOJIOTII0 JIOPOCIOTO BIKY, Y
OUIBIIOCTI MAaII€EHTIB CUMIITOMHU TPOSIBISIOTHCS B JAUTHHCTBI M J1arHOCTYIOTHCS Y
Biti 710 20 pokiB [10]. PaHHii mo4aTok 3aXBOPIOBAHHS aCOLIIOETHCS 3 OUIBII TSKKUM
nepebiroM Ta BUCOKMM PU3UKOM TOSIBU MATOJIOTIUYHUX yCekiaagHeHb [38, 47]. Y 75 %
HEJIIKOBAHUX T 3  HAABHICTIO CHMIITOMIB XBOPOOM  CIIOCTEPIrae€ThCs
cyOonTuMaibHUN pOo3BUTOK opranizmy [39], 34-42 % 3 HUX MarOTh 3pICT Ha PIBHI
a00 HIOKYe 1’aTH nepueHTuIb [1, 38]. Ha MOMEHT mocTaHOBKH AiarHo3y y OUIBII HiXK
80 % miTei BiAg3HAYAETHCS CIIJICHOMETAIs, rermaToMerais Ta maToaoris KicTok [38].
Cepen niTel, siki He OTPUMYIOTh JIIKYBaHHS, CEPEIHIN 00’ €M cele31HKM OLIbII HIXK B
20 paziB mepeBakae IMOKa3HMK HOPMH, a CepelHIM 00’€M MediHKU — B JBa pasu
01BN 32 HOPMAJIbHUN PO3MIp OpraHy Ajsi AaHOro Biky 1 Baru [1]. ¥ 6nusbko 60 %
MIJUTITKIB 3 HETIKOBAHOK XBOPOoOOro ['omie cmoctepiraerbesi 3aTpUMKa CTATEBOTO


https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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no3piBaHHs [42], 0 MOXe CIHPUYMHUTH 3HAYHI HEraTuBHI [ICUXOJIOT1YH1

Haclmigku. AHemis Ta Jierka abo moMmipHa TPOMOOILMTOIEHIsA, acolifioBaHl 3
rinepcrieHisMoM, HasBHI npuoiu3no y 40 % miterr [38]. AneMmis € ojaHieo 3
OCHOBHUX MpHYKH BToMH [38], a TpoMOOIIUTONEHIA 301bIIYyE CXUIBHICTh 10 MOSBU
KpOBOTEY (B TOMY YHCIIl 4aCTI HOCOBI KpoBOTed1) Ta CHHIIB [33].

[TaTonorisi KICTOK CHpUYMHEHA HAKOMMYEHHSIM KIITHH [ollle B KICTKOBOMY MO3KY,
TIIIoKoIepedpo3uay B ocreobsactax [50] Ta mi€r0 MUTOKIHIB, 10 BUPOOJISIOTH IIi
kimituan. [Tpubmuzno 80 % mitelr 3 xBopoOow [omie MarTh MOHAHMEHIIE OHY
KICTKOBY IaTOJIOTiI0 HA MOMEHT IMOCTaHOBKH JiarHo3y [38]. Ha penTrenonorigunomy
3HIMKY JHCTaJIBHOTO BIJIUTY CTETHOBOI KICTKM MOXYTh CIIOCTEpIraTUCS XapaKTepHI
kosoonoioni  nedopmanii  Epnenmeriepa (Jomatox 6, puc. 16). Jesxi gitu
CTPaXKJIAI0Th HA XPOHIYHUI OUTb y KiCTKaxX Ta/abo KICTKOBI KpU3u (FOCTPUM MOYATOK,
TpPUBAJI Hamajau OOJIIO, IO CIIOYATKY Ma€ TYIUN XapakTep, HaJall CTa€ HECTEPITHUM,;
3a3BUYail Tepeaye MOsiBI OCTEOHEKPO3y Ta mepenomiB). MiHepalibHa UIIIBHICTD
kictkoBoi TkanuHM (MIIKT), mMaca Ta TOBIIMHA KOPTUKAJIBHOTO IIapy 3a3BUYai
aHOMaJIbHO HU3bKI [47, 59].

XBopo6a T'ome TumiB II ta Il mae moniOHuWii maroreHes, MO BIAPIZHIETHCA,
TOJJOBHUM YWHOM, 3a CTYNEHEM HEBPOJOTIYHOI JAereHepauli — MIBHIKHUI/TOCTpHA
nepedir xapakrepuuit 1uist Tuny I, xponiunuit — quist tuny 11 I'octpa Heliponatuyna
xBopoba ['ome (tum II) 3ycTpivaerbes nayxke piako (1:500 000) [17] Ta €
MaHETHIYHOIO. XBOP1 JITH MOXYTb OyTH 3J0POBUMH IPU HAPOJKEHHI, aje 10 2-
PIYHOTO BIKY MPOSIBISIOTHCS CHUCTEMHI Ta HEBPOJIOTIYHI O3HAKHM MATOJOrii (4acto
Habararo padiie), sKi CTPIMKO TNOCHJIIOIOTHCA. DBUIBLIICTh AiTel MoMuUpae B
pPaHHBOMY JIUTUHCTBI, J€4Kl y BHYTPIIIHbOYTPOOHOMY TMEpiOAl, IHINI — 4Yepe3
nekuibka pokis [31]. XBopoOa ['ome tuny III nposBisieTbecsi B pAHHBOMY JTUTHHCTBI,
4acTO Mae€ MOJI0HI CUMITOMM 10 TUMy | Ta MOBUIBLHO Mporpecyrounii mepeoir, 1o
4acTO MPU3BOJUTH 1O JETAJBLHOTO HACHIJKY Ha APYroMy Ta TPEThOMY JECATHIITTI
KUTTS. Taki HEBPOJOTIYHI O3HAKH, SIK TOPU30HTAJIbHA OKYJIOMOTOpPHA amlpakcis,
MOPYIIEHHSI MOTJSAY IO BEPTUKAIbHIA JIiHII, aHOMaJbHO MOBLIbHE CTEKEHHS 3a
00’€KTOM Ta KOHBEPIe€HTHAa KOCOOKICTh 3a3BHUYail MPOSBISIOTHCS y PaHHbOMY
JUTUHCTBI, alle MOXKYTh TakoX 3’sBisATUCA 1 mi3Hime. s xBopobu [Nome tumy III
Oyna po3poOjieHa TIIIKaja OIHKM TSDKKOCTI 3axBoproBaHHa [18] 1 BumiiaeHo
IIOHaliMeHIIIe TpY mATUIHU. Y namieHTiB 3 TunoM Illa criocrepiraeTscs nporpecyroya
HEBPOJIOTIYHA TATOJIOTIsI 3 MIOKJIOHYCOM Ta JieMeHIiero. XBopi Ha tun IIIb marots
3HAYHI BICIIEPAJIbHI Ta CKEJIETHI ypaXeHHs, MOAIO0HI 10 CUMIITOMIB TSDKKOTO TUTTY I, 3
HAsIBHICTIO HEBPOJIOTIYHUX O3HAK (TIEPEBAKHO TOPU3OHTATIBLHUN HASACPHUNA Mapaiia
NOTJISIAY), IO MOXYTh 3’ABIATHCA A0 a00 Micis MOSIBU COMAaTHYHUX MPOSIBIB Ta
cumnTomiB. KicTkoBa marojoris 3a3BU4Yail MpeicTaBlieHa y BUJIAI Jnedopmariiit
IPYJIHOI KJIITKHA Ta BUPAKEHOTO KiOCKOI103y 06€3 CyNmyTHBOTO KiCTKOBOTO OOJIIO UM
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KicTkoBHX Kpu3iB [64]. Tum Illc xBopoOu ['omie XapaKTEPU3Y€EThCS

pPI3HOMAHITHUMHU  HEBPOJIOTIYHUMHM  O3HakamMu  (BKJIIOYAIOUM  Tiapoledatiio),
MOMYTHIHHSIM  POTIBKM, KalblMQIKAII€I0 aopTH 1 CEpIEeBUX KJaIaHiB, IO
MPU3BOAUTH J0 3aCTIHHOI CepIIeBOI HEJOCTATHOCTI Ta MOSBH apUTMIiil.

[TpusznauenHs ¢pepMeHTHOI 3aMicHOT Teparii aiTsaM 3 xBopoOoro 'ome tumis | unm 111 1
HAasBHICTIO CHMIITOMIB MOX€ 3amoOirTH pO3BUTKY CEPHO3HHUX, HE3BOPOTHHUX
COMATHYHHX YCKJIATHEHb (aJie HE HEBPOJOTIYHUX ), SIKI MIPU3BOIATH 0 1HBAJIAN3AITI]
XBOPHUX.

Pexomenmamii 3 MiarHOCTUKH Ta BEIEHHS [ITeH 3 HEHEUPONMATHYHOK (HOPMOIO
xBopobu l'ome omyOGmikoBani B 2004 pomi [3,29]. HemonaBHo Oyrna mpoBeaeHa
3yCTpiu TPYNH MIXKHAPOJAHUX EKCIEPTIB 3 XBOpoOW ['omie KUIBKOX MEIUuYHUX
CHElIaJbHOCTEe, 10 Majla Ha METI OHOBUTH 11 1HCTPYKLIi, JOMOBHUTH iX
pEeKOMEHJAIlIAMA JJIsi  JITed B JIOCHMITOMHOMY TeEpioJi Ta TMali€eHTaMm 3
HEHPOMaTUYHOIO (HOPMOIO 3aXBOPIOBAHHS.

A reappraisal of Gaucher disease — Diagnosis and disease management
algorithms. American Journal of Hematology (2010).

XBopoOa ['ome Tuny | (menedipomarnuna (opma) Oyna MepHIO MNATOJIOTIEO
J130COMaIBbHOTO HAKOTIMYEHHSI, JIJIs IKO1 po3po0ieHa edekTuBHA (hepMEHTHA 3aMicHa
Teparis, 110 cTaja MPOTOTUIIOM JIIKyBaHHS BIAMOBIIHUX op(aHHMUX 3aXBOproBaHb. Ha
CHOTOJIHI ICHYE YOTHPHU CXEMHU Tepamii JJii MaimieHTiB 3 XxBopoOow ['ome. Tum He
MeHII, Maibke 25 % xBopux 3 xBopooOoto ['omie tuny I He OTPUMYIOTH CBOEYACHOTO
JIKYBaHHS 4Yepe3 3aTPUMKH Yy JIIarHOCTHUIN TICJS TOSIBH TEPIIUX CHUMIITOMIB.
depMeHTHUM aHami3, 0E3CYMHIBHO, J03BOJISi€E JiarHOCTYBaTH XBopoOy ['omie, ane
PIOKICHICTB LI€1 MATOJIOTi, Hecneuu(pIYHUNA Ta FETEPOreHHUI XapakTep CUMIITOMIB
MOXXYTh  YCKJIAQJHIOBaTH  TPOBEICHHS  audepeHiiiHoi  miarHocTuku.  Jls
IIPUCKOPEHHsI JIarHOCTUKHU Ta OINTHUMI3aIlli BEJEHHS MAaIll€eHTiB 3 xBopoOoro [ore
OyJa CKJIMKaHa MOTO/PKyBaJIbHA paja, 10 Majia pO3pOOUTH aITOPUTMH J11aTHOCTUKU
Ta JIKYBaHHS JJaHOI MATOJIOTI.

XBopoOa T'ome € cnaakoBuM AediuToM Ji3ocoManbHOrO (epMeHty Kucioi [3-
rIIOKo3uaasu  (rarokonepeopo3uaazu, GBA), 1o Npu3BOAUTH 10 HAKOIHUYCHHS
IIIOKOIIepeOpo3u1y B Ji30coMax MakpodariB. Pe3ynbraToM CUCTEMHOI aKymyJisilii
TaKUX TMEPEBAHTAKEHUX TJIKOJIMAaMU Ta JIMiJAaMu KITHH (0 TaKOX BiJIOMI SIK
knituan  Tome, Jomatok 6, puc. 7) € pi3HOMaHITHI TOEIHAHHS MPOSIBIB
CIUICHOMETaNI1 3 BIAMOBIIHUM JUCKOM(OpPTOM B abaoMiHAIBHIN AUISHIN; XPOHIYHOT
BTOMHU, TIOB’SI3aHOI 3 aHEMI€I0; KPOBOTEUl, 0OYMOBIECHOT TPOMOOITMTOIICHIEO Ta/a00
Koarynomnatieto xBopoOu [ome; remaromeranii, BIOAXWJIEHb Yy JIaOOpATOPHHUX
MOKa3HUKaxX (PyHKLII MEeYiHKH; PI3HOMAHITHUX CHUMITOMIB 3aXBOPIOBaHb KICTOK [1].
Bnacnigox nmopymieHHss QyHKIii HEHTpodiaiB Ta HEHTPOMEH1i Yy MaIll€eHTIB MOXeE
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criocTepiraTucs MIJIBUIIICHA CHPUNHATIUBICTh hi o) 1H}eKIIHIX

xBopoO [2]. Pimko B maroreHe3 3aXBOPIOBAHHS 3allydarOTbCs JIETEHI, JiM@aTuyHa
cUCTeMa, IIKipa, o4l, HUPKU Ta cepue. PinkicHa HelipomaTudHa dopma CIPUIHHSIE
HelpoaerenepatuBHy xBopoOy [1]. Tpagumiitno xBopoOy ['ome kimacudikyroTs 3a
¢eHoTurioM Ha TpU OCHOBHI Tpynu: Tun | (Heneipomatuuna ¢opma); T I,
Mporpecyroua HelpomaTuyHa XBOpoOa, 110 CHPUYUHAE CMEPTh B PaHHbOMY
autuHcTBl; Ta Tun I, XpoHiuHa Helpomaris, cMepTb HAacTae B JUTHHCTBI abo
PaHHBOMY MiUTITKOBOMY BiIll [1]. IHmIi pi3HOMaHITHI (D€HOTUITOBI KaTeropii XBopoou
BiJ[3HAYAIOTh B MEXKaX IIMX BEIMKUX TPYII.

[TamienTiB 3 Tunom I (HeHelpomatuuyHa dopma) 3ycTpidaerhesi Oinbine HiK 90 %
cepen ycix marfieHTiB 3 xBopoOoto ['omre. [TommpeHicTh y BCbOMY CBITI KOJMBAETHCS
B Mexkax 1 Bumagok Ha 50 000-100 000 mroaeit, 1o ckiaagae mpuOIM3HO 1 MaliedT Ha
850 wnamankiB cyOerHocy amkeHasl. Haiimommpenimni (EeHOTUIOBI O3HAKH, IO
CTOCYIOTBCSI BIKY TIOYaTKy 3aXBOPIOBAHHS, MIBHJKOCTI MPOTPECyBaHHS, YpaKeHUX
opraniB, mae tun [ xBopobu Tome [7]. T'omosurorna wmyrtamis N370S €
HaWMOIIUPEHIIIUM I'€HOTUIIOM CepeJl MAIIEHTIB MOXOKEHHS alllkeHa3l - NPUOIU3HO
70 % ycix aneniB, 10 BUKJIMKAIOTh 3aXBOPIOBAHHS. 3 IIUM IOB’S3yIOTh aTHUIIOBI
KJIIHIYHI TIPOSIBU XBOPOOU y MIJUTITKIB a00 CTapUIMX MAIIEHTIB Ta CYTTEBI MATOJOTI1
CKEJIeTy, HE3BaKaro4W Ha JIETKI TNPOSBH KIACHUYHUX CHUMIITOMIB (CIUICHOMeETais,
remaToMmeraiisi, aHemis Ta TpomoOouurtoneHis). ONHAK, TSKKE 3aXBOPIOBAHHS 3
KJIIACHYHUMHU CUMIITOMAaMH, IO TPOSBIISIOTHCS B JUTHHCTBI, MOXX€ BHHUKATH 1 B
momyJismii  XBOpuXx 3 rTomo3urotHor Mytamiero N370S [8, 9]. B cBiti
HalnomupeHimow anemwno B reHi GBA e wmyramis L444P, sxa BuHukae y
MTOCJI1IOBHOCTI OJIM3bKO 34YEIUIEHOTO MCEBAOTeHY; BBaXKaeThCs, 0 MyTauio L444P B
aKTUBHOMY T€HI  CHOPUYMHIOE TeHHa  KoHBepcis. HameBHo,  HaOuIbII
PO3MOBCIOJDKEHUM  TeHoTurioM xBopobu Tome Tumy [ cepen momyssimii
€BpONEHCHKOro moxokeHHS B cBiTI € N370S/L444P. Sk mpaBuio, 1ell T€HOTHII

CHOPUYMHIOE OUTBII TSDKKY (POpMY XBOPOOM MOPIBHSIHO 3 TOMO3UTOTHOIO MYTAIlI€IO
N370S [1, 10, 11] (Jlomatok 6, puc. 5 Ta 6).

Cranmaptom JsikyBaHHSI xBopoOu ['omre tumy | Ta HeHeWpoONaTUYHUX MPOSIBIB TUITY
Il € dbepmenTHa 3amicHa Teparis TIOKOIEPEOPO3UAA3010, M0 MICTUTh 3AJUIIKH
MaHO3M Ta BIUIMBa€ Ha Makpodaru (iMmirirorepasa, nepesim, Genzyme Corporation,
Kem6pumxk, mrat Minnecora). Jlani Peectpy mamientiB 3 xBopo6orw ['ome (ICGG
Gaucher Registry) Bka3ytoTh Ha Te, 110 (hepMEHTHA 3aMiCHa Teparlis IMITIIOIepa3oko
Ta 1i TONEPSTHUKOM ajTIIIOIEPa30l0 JIO3BOJISIE HIBEIIOBATH TEeMaTOJIOTIYHI Ta
BiCIIepajbHI TMPOSBU 3aXBOPIOBaHHA [12] 1 3MEHIIMTH HABAHTAXKEHHS KIITHHAMHU
l'ome kicTKOBOTO MO3KYy. B pesynbTaTi crmocTepiraerbcs 3MEHIIEHHS OCTEOIICHil,
00JIF0 B KICTKax, PU3HMKY IE€peIOMIB KICTOK Ta 3arajbHe MOJIIMIICHHS SKOCTI KUTTS
xBopux [13-16]. [lesiki mposiBM MATONOIil KICTOK, HAMPHKIAd, OCTEOHEKPO3,
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octeoiOpo3 Ta JITHYHI ypaKeHHs, JIKBiAyBaTH HE MOKHA, ajie CBOEYACHUI

OYaTOK (PEPMEHTHOI 3aMICHOI Tepamii 3MEHIIy€e PHU3UK TOSIBU LUX HE3BOPOTHIX
yckaagHens [8, 17]. Inmn BapianTu dbepMeHTHOI 3aMICHOI Teparllii, 110 BIUIMBA€E Ha
Makpoaru, Hapa3i MPOXOAATh KIIHIYHI BUIPOOYBaHHS: BEJIArTIOIEpa3a, JHOIChKHMA
dbepmenT, skuil BHpPOOIAIOTH (iOpobrmacTh, HemomaBHO OyB CXBaJCHUH IS
mikyBaHHs xBopoOu ['ome | tumy [18], a Tamirmonepasa, pociauHHHIA (QEepMeHT,
MPOXOIUTh KJIiHIYHI BUnpoOyBanHs [19]. Tepamisa iHriGyBanns cyoctpaty (3aBecka
miraycrat, Actelion Pharmaceuticals, AnbsmBinb, I[lIBeiimapis) cxBaiaeHa s
JIKyBaHHS TAIlI€EHTIB 3 JIETKOIO opMoro xBopoOu [ orie, ki He MOXKYTh OTPUMYBaTH
dbepMeHTHY 3aMicHY Teparrito [20, 21]. B nanuii yac Oisbi cierudiuHUN Ta CUITbHUAM
IHT10ITOp CHHTE3y TIIIOKO3WJILEpaMify — enliriaycrar-raptpar — 3HaxoauTses y IlI
¢da3i kmiHIyHMX BunpoOyBanb. B Il ¢a3i manmii mpemapar npoaeMOHCTPYBaB
Bpakarouy eeKTUBHICTh Ta Oe3MeKy 3acTocyBaHHs [22, 23].

Komenmap pooouoi epynu: Ha 6a3i llenmpy opgannux 3axeoprosanv Hayionanonoi
oumsuoi cneyianizosanoi nikapui « OXMATUT» cmeopeno 6a3y danux nayicnmis 3
xeopoborw [ owe, sika Hapaxosye 55 oci6 (23 oumunu ma 32 dopocaux nayienmis). ¥
Hux ecmarnosieno. mun I - 22 oimeii, 31 - oopocauii; mun Il — 6yno diaenocmosaro 3
Oimeti, yci nomepau y paunvomy e6iyi; mun I - 1 oumuna, 1 - oopocnuii.
3azanvHooepacasrnozo peecmpy Ha MOMEHM PO3POOKU HACMAHOBU He ICHYE.

B ocHoBi Mojeni BeneHHS Mallie€HTiB 3 XBopoOoto ['ome € cBoeyacHa JiarHOCTUKA
naToJIorii 10 HaCTaHHS HE3BOPOTHHUX yCKJIamHeHb [24]. [louyaTtkoBi mposiBM XBOpOOH
lome tumy 1, sk mnpaBwiIo, XapakTEPU3YIOTHCA TE€MATOJOTIYHUMU O3HAKAMHU
(criieHomerantisi, aHeMisi, TPOMOOIIMTOTIEHISI Ta CXUJIBHICTh 10 MOSIBU KPOBOTEY) [25].
Tomy Takux TalI€HTIB i1 AIarHOCTUKUA Ta JIIKYBaHHS B OUIBIIOCTI BUMAJAKIB
HaIpaBJISIIOTh 10 JiiKapiB-remarosoriB. OgHak, B OAHOMY 3 JOCHII)KEHb HaBITh 3a
HASBHOCTI KJaCHYHUX cUMITOMIB jwiie ~ 20 % remMaronoriB/OHKOJIOTIB B pe3yibTaTi
nudepeHIiiioi  aiarHoCTUKM  BUsBWIM  XxBopoOy Tome [8]. JliarHocTtyBaTH
3aXBOPIOBAHHS Cepell 0Ci0, SIKI 3HAXOJATHCSA B TPYII PU3UKY, HATIPUKIIAJ, HAIAIKIB
€BPEICHKOTO CYOETHOCY aIllKeHas3l, MOXKHa 3a JIOMOMOTOK) OMOPTYHICTUYHOTO
CKpuHIHTY (TOOTO, 0cOOM 3 Oyab-SIKUMH MpOosiBaMU XBOpoOu ['orie abo 3 HASIBHICTIO
CypOTaTHHX  O3HAK 3aXBOPIOBAHHS, HAMPUKIAJ, BaXKKOTO  OCTEOIOPO3Y,
rineppepuTuHeMii, KaMeHIB B KOBYHOMY Mixypi Ta HU3bkUM piBHeM JIITBII]
XOJIECTEPUHY) Ta CIMEMHOT0 CKPUHIHTY IICJiS J1arHOCTYBaHHS XBOPOOM B OJHOTO 3
WIeHIB poauHu [26]. MeToro mMoropKyBalibHOI paau Oyna po3poOKa aaropuTMiB
JIarHOCTYBaHHA Ta BEJACHHS XBOpoOM ['omie Ha OCHOBI ICHYIOYOTO PO3YMIHHS
nepediry ycix KJIiHIYHUX CUMITOMIB.

Pesynpratn
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IIpoananizyBaBiiM J0CBIJ BeAeHHS 362 malieHTiB 3 XBopoOow ['omie aBTopu

BUSIBUJIM CTIAKY 3aKOHOMIPHICTh IMOIEPEIHIX MOMHUJIKOBHX J1arHO31B, CEpell SKUX
Oynu Jeiikemis, iIMyHHa TPOMOOILIMTOIICHIYHA MMypIypa, ayTOIMyHHI 3aXBOPIOBAHHS,
UPO3 TEYIHKH, I1TIOMATUYHUM AaceNTUYHUI HEeKpO3, BIPYCHI 3aXBOPIOBAHHS,
171l0NaTUYHA CIUIEHOMETalisl Ta aHeMisd IPU XPOHIYHUX 3aXBOpIoBaHHAX. [lomuikoBa
JIarHOCTHKA TPHU3BOAMIA JI0 TaKUX YCKIAAHEHb, $K aBaCKYJSIpHUH HEKpPO3,
OCTEOTICHIsl, 3aXBOPIOBAHHS TEYIHKH, KpPOBOTEYl, BHUKOHAHHS Hee()EKTHUBHHUX
MEIUYHUX MAaHIMYIAMIH — CIUIGHEKTOMIi, Olomcii MNe4iHKM Ta eMIIPUYHOT
KOpTHUKOCTepoiaHOi Teparii ([logarok 1).

3a3BUyail MepIIMM J1arHO30M, [0 BCTAHOBIIOIOTH MAlll€eHTaM, SK1 HAacCIpaBAl MaloTh
xBopoOy ['orie, € 3710sKicHI HOBOYTBOPEHHS [8, 27]. Y BHepiiie OnMcaHOMy BHITAIKY
xBopoOu T'ome B 1882 pormi mikap @umin [ome migo3proBaB MpuxoBaHy (opmy
3JI0SIKICHOTO 3aXBOPIOBAHHS, SIK€ Bpakae cele3lHKy. B omHOMy 3 JIOCHIIKEHb
HaWMOMIMPEHIIIMMA TMOMUJIKOBUMH J1arHO3aMH OyJIM OHKOJIOT1YHI 3aXBOPIOBAaHHS
KpoBi (Jretikemiss — 65 %, mimdpoma — 36 %, MHOKMHHA Mieoma — 22 %, XpoHIYHA
rpa"yionurapHa neikemisa — 14 %) [8]. Ciig 3a3Ha4UTH, IO MAIIEHTH 3 XBOPOOOIO
lNome MarTh MIABUIEHWA PHU3UK TOSBHU 3JIOSAKICHUX XBOPOO KpOBI, OCOOJIHBO
MHOXXHHHOI Mieaomu [9, 28-31]. B mopiBHSHHI 13 3arajibHOIO TOMYJISIIEI0 Taki
HaIlieHTH MaloTh B 25 pa3iB BUIIMN PU3MK MHOXKHUHHOI Miesiomu [9, 29-32].

JIAT'HOCTHUKA XBOPOBHU I'OIIIE

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

JIITH 3 HasBHICTIO CUMIITOMIB

Jiarno3 xBopoOu ['omie y aiTel 3 HassBHICTIO CUMIITOMIB BCTAHOBJIFOETHCSI HA OCHOBI
icTopii XBOpOOH, TaHUX MEAUYHOIO OrJIsAY 1 JJa0OpaTOPHUX TECTIB, MIATBEPAKEHHUX
pe3yiabTaramu (epMEHTHOTO Ta/ab0 TeHETUYHOTO aHai3y.

B icTopii xBopoOu MaroTh criocTepiratucs 3ayTTs Ta AMCKOMGOPT B AUISHII XKUBOTA,
paHHE HACHUYCHHsI 1KEK, BTOMA, TEHACHIS JO TMOSBH KPOBOTEY 1 CHHIIIB,
CMOBUIbHEHUN a00 3arajbMOBaHMM pICT IUTHHHM, OOJ1 B KICTKaxX, HE3aJ0BLIbHA
ycmimHicTe B mKoial. CiMelWHUN aHamMHe3 TOBMHEH BKJIIOYATH 1HQOPMAIIIO PO
HAsBHICTh PIMHUX OpaTiB 4d cecTep 3 XBOpoOow [omie, KpoBHE CIIOPITHECHHS,
€THIYHY TPUHAICKHICTh, JMaHUX MIOAO OJM3BKUX POAWYIB 3 TIMEPCIUICHIEIO,
MIPOBE/ICHY CIJICHEKTOMIIO, HasIBHICTD CIIOPIAHEHUX 3 XBOopoOoto ["omre maromorii —
paHHBOI TOSIBU CHUMIITOMIB, MOJIOHUX 0 xBopoOu IlapkiHcoHa, XBOpoOH
Anbrreiimepa [25, 36, 62].


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

a0JoMiHATIBHY AUISHKY, MIKipY (OMiAICTh, CHUHII, TETeXil), OOPHO-PYXOBHM amapar,
HEpBOBY CHUCTEMY, ceplie Ta JjereHi. [lanpmarito KMBOTa CJiJ MOYMHATH 3 MAaXOBUX
IUISTHOK, 100 HE MPOIMYCTUTH Kpal 3HAYHO 30UIBIIECHOI CENEe31HKH 1 TEYiHKH.
BincyTHiCTh HEBpPOJIOTIYHMX CUMIOTOMIB B PAaHHHOMY JIUTSYOMY Billl HE BHKIIOYAE
HAsIBHICTh HEBPOJIOTIYHUX 3aXBOPIOBaHb, OCKIIBKM O(TaIbMOJOTIYHI CHMITOMHU
MO>KYTh BIEPIIE MPOSIBUTHUCS 1 B MI3HBOMY AUTIYOMY BILIL.

HeoOxiaHO BUKOHATH aHai3 KPOBI, B IKOMY, KMOBIPHO, CIIOCTEPITaTUMEThCS aHEMs,
TPOMOOITUTOTICHIS 1, 1HO1, JeiikomneHis. Takoxx Moxe OyTH HeXapakTepHUd ae(iruT
dakTopy XI, sskuit 4acTO 3yCTpIHAETHCS Cepell EBPEIB alllKeHasl.

OcTaTouHHMid 11arHO3 BCTAHOBJIKOETHCS MICIS BU3HAUYECHHSI PIBHS aKTUBHOCTI KUCJIOI b-
TITIOKO3UIa3H (TIF0KOIepeOpo3naa3u) y JeHKonuTax, MOHOHYKJIeapax, (hidpodaacrax
abo BHUCYIIEHIM TMsiMiI KpoBi Ha uieTp-nanepi [6, 53] Ta/abo mnpoBeneHHA
MOJIEKYJIIPHOTO TEeHETUYHOTO aHami3y. Acmipailis 1/a60 0101Cisi KICTKOBOTO MO3KY €
1HBa3UBHUMM MAHIMYJSALISIMM 1 HE PEKOMEHAYIOTbCS JUJIi  BHKOHAHHS 3
niarHoctuyHot0 Metor [12]. Tlamientam 3 tumom Il gyist BeaeHHS MOHITOPUHTY
MIPOrpeCyBaHHs MATOJIOTI ¢J1J] 000B’I3KOBO BU3HAYUTH MIATHUI 3aXBOPIOBAHHS.

Komenmap poobouoi zpynu: Bcmanoenenns oiacnosy xeopobu Ilowe y Odopocaux
IDYHMYEMbCA HA MUX Jice 1aDOPAMOPHUX 00CHI0NCeHHAX, wjo 1 y dimeu. Ha momenm
PO3poOKU 0anoi adanmosanoi KiiHiYHOI HACMAaHo8u 8 YKpaini eOuHow ycmanosoro,
de nposooumvcs ¢epmenmodiacnocmuxa xeopoou Ilowe € Ilenmp opghannux
saxeoprosanb H/[CJI “OXMAT/{UT"":

- BUBHAYEHHS AKMUBHOCMI 21H0KOYepeopo3udasu y Jaeukoyumax Kposi abo
gibpooracmax wkipu (npu xeopobi lowie pe3ynomam O00CNIONHCEHHI CMAHOBUMD
menute 30 % 610 HopmanbHOI akmueHocmi ghepmenmy);

- BU3HAYEHHS AKMUBHOCMI XIMOMPUo3uoazu (30i1buleHHs: pepmenmamueHoi
axmusHrocmi suwe 200 Hmonv/200uny/mn nnazmu,).

3pocTae KUIBKICTh JITEH, y SIKUX TIarHOCTYIOTh XBopoOy ['omie B 1OCMMOTOMHOMY
nepioAl (3a a0moMoror (GEepMEHTHOTO YHM MOJICKYJISIPHOTO aHaji3y) HUITXOM
F€HETUYHOTO CKPUHIHTY OaTbKiB, MpEHATaJbHOI/HEOHATAIbHOI [[IarHOCTUKU B
CHUIBHOTAX €BpEiB amikeHa3l abo 3a HagABHOCTI XBOpPUX poAuyiB. CKpUHIHT
J130COMAJIbHUX TMOPYILIEHb Cepell HOBOHAPOJKEHUX JO03BOJUTH BUSBUTH M 1HIIUX
JiTel 3 0€3CUMIITOMHUM TMEPEOIroM 3aXBOPIOBAHHS.

Komenmap pooouoi 2pynu: B VYkpaini cxpunine na xeopoby [owe cepeo
HOBOHAPOONCEHUX He Npo8ooumvcsa. DPepmenmuuil ma/abo MONEKYIAPHUU AHANI3

xeopoou [owe y oocumnmomamuunomy nepiodi 8 Yxpaiui 30ilicCHIOEMbCA aulle 8
Lenmpi opghannux 3axeoprosane HICJI “OXMATHUT”.
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MoJieKyIIpHUIA aHaI3 1 TEeHETUYHE KOHCYJIbTYBAHHA

MonekysipHuii aHalli3 reHy KHciiol B-Tioko3umasu (rokorepedposuaasu, GBA)
PEKOMEHIOBAaHO MPOBOJUTH KOXKHIN JUTHHI 3 MiJATBEPXKCHUM J1arHO30M XBOPOOH
l'ome (y ToMy 4wMcii Mmicias MIarHOCTHMKHA XBOPHX 3 BIJACYTHICTIO CHMIITOMIB 3a
JIOTIOMOTOI0 (PEPMEHTHOT'O aHalli3y), 100 JOMOMOITH BIJIPI3HUTH HEHEUPOIIaTUUHY
dbopmy 3axBoproBaHHs (Tut 1) Bij xpoHiuHoi HelponatudHoi (Tum III), ski MOXYTh
MaTH OJHAKOBUI KIIHIYHUN Tepedir B paHHbOMY IUTHUHCTBI. XOo4Ya T€HOTHIIOBO-
(eHOTUTIOBI KOpeyslii He € aOCONIOTHUMH, MpHHaiMHI oxHa MmyTamis N370S
3aXHUIIA€E BiJl PO3BUTKY HEHPOTATHYHOTO THUITY XBOPOOH, B TOM Hac SK MOHANMEHIIE
onHa myrtailiss [L444P mae TeHIEHINI0 0 MOCWICHHS TSDKKOCTI JaHOi IMaToJIOTii.
binbiicth maii€eHTiB, Kl OyJM A1arHOCTOBAHI il YaC CKPUHIHTY CHUIBHOTHU €BPEiB
amkeHasi, manu mytarii N370S. Heliponatnunuii eHoTUIl 3a3BUYail NOB'I3aHUM 3
TOMO3HUTOTHOIO a00 KOMITAYHJHOIO reTepo3urotHoro myramiero [L444P ta D409H;
JlaHl CTOCOBHO Opa3WJIbChbKUX MAI[IEHTIB TAKOX CBIIYATh, [0 HEHPOMATUYHY (POpMY
xBopoOu ['omie 3maTHa BUuKmKaT 1 myTaitis G377S [6, 27, 61]. 3HaHHS TPO TEHOTHI
XBOPHUX MOXYTh OyTHM KOPHUCHHMMHM IIiJl 4ac IMPOBEACHHS CIMEMHOrO0 CKPHUHIHTY Ta
pEeHaTAIbHOI JIarHOCTUKH.

barbkaM MUTHHM CITiJT 3aIIPOIIOHYBATH T€HETUYHE KOHCYJIBTYBAHHS JIKaps, IO Mae
JIOCBIJT BEJICHHs MallieHTiB 3 xBopoOoro ['omre. Skiio miarHo3 OyB BCTAHOBJICHUI
IUIIXOM CKPUHIHTY TIE€BHOi CIUIBHOTH, T€HETHMYHE KOHCYJIBTYBaHHS HEOOX1THO
BUKOHYBATHU JI0 HAcTaHHs BariTHOCTI. [lapu, e oOuaBa mapTHEpH € HOCISIMU MYyTaIlii,
MOBUHHI MaTH Ha yBa3i, 1[0 KOXKHA 1X CHUIbHA JUTHHA MAaTUME PU3UK yCTHaJAKyBaHHS
xBopoou Tome 25%. 3 mapamm, siki € Hocismu wmytarii N370S, Han3BuuaiiHO
BXJIMBO TPOBOJUTH KOHCYJBTAIlli CTOCOBHO IIMPOKOTO CHEKTPYy CHMIITOMIB
3aXBOPIOBAHHS Ta BU3HAYEHHS BIKY 1X MEPIIOro MposiBy [74].

Komenmap pobouoi epynu: Monexkynaproi 00CnioxiceHHs Vy nayicHmis 3 xeopoooro
Towe, saxi euxonaui y Ilenmpi opgannux 3axeoprosanv HI[CJI « OXMATIUT»,
ceiouamn, wo mymayii N370S ma L444P 6 cymi euseneni y 70% nayicnmis.

[ToyaTkoBe 0OCTEKEHHS XBOPUX 3 HIATBEPHKEHUM M1arHO30M

PerenpHa mepBUHHA OIIHKA CTaHY 37I0POB’Sl Ma€ BAKIIMBE 3HAUYCHHSI IJIs1 BCIX JITEH 31
BCTAHOBJICHUM [[1arHO30M XBOpoOu ['o1ie, HaBITH SKIIO MATOJIOTIS 3HAXOAMUTHCS B
nocumntomHoMy mepiomi ([Jomartox 2). OOCTe)KeHHsS BKIIOYA€ aHaI3W KPOBI,
BU3HAYCHHS 00’ €My CEJIE31HKH Ta MEUIHKH, OLIHKY 3aXBOPIOBaHb KICTOK.

AHai3 KpoBl

JlaGopaTopH1 TOCHIIKEHHSI MalOTh BKJIIOYATH PO3TOPHYTHUN aHaI3 KPOBI, BUBUCHHS
GyHKIIT Ne4YiHKM Ta HUPOK, BHU3HAUCGHHS pIBHA 1HIMX OiomapkepiB. Cepen
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MOXKJIMBUX aHOMAaJIil MOKe 3yCTpidaTHUCS BHUCOKHH piBeHb IMyHOTrJ00ymiHiB [70],

HU3BKHUU piBEHb X0secTepuny, ocoonuo JITIBI] [15], 361bmeHuit mpoTpoMOIHOBHIA
yac (cmoctepiraetbes y 30 % mamieHTiB), MIABUIIEHUN piBEeHb OlOMapKepiB
(xitorpuosunazu, CCLI18, Taprpar-pesuctenTHoi kucioi (ocdarazu (TPKD) rta
aHrioTeH3uH-niepeTBoproodoro ¢gepmenty (AIlD)). YV npubmmuzno 6 % ocid He
EKCIIPECYEThC XITOTpro3naasa ((pepMeHT, Mo CEeKpPeTyIOTh aKTUBOBaHI Makpodarm,
AKUI TiOpoidi3ye TpHcaxapuad, OTpHUMaHl 3 XITHHY) uyepe3 HasBHICTh HYJIbOBOI
MyTaIlii B IeHl, y JEIKMX YacCTHHAX CBITYy, Hampukiaj, TaiiBaHi, MojiOHE SBUIIC
crioctepiraeTbes npudauzHo B 30 % cepen momynsmii [8]. [l Takux malieHTiB 3
xBopoboro TNome mochimkenus 6iomapkepiB AII® ta TPK® kopucHO BHKOHYBaTH
M Yac MPOBEACHHS OE3MepepBHOTO MOHITOPUHTY TIPOSBIB 3aXBOPIOBaHHS Ta
BUBYCHHS €()EKTUBHOCTI TEPAIIEBTUIHOTO BTpy4aHHs [8, 34].

Komenmap pobouoi epynu: B Vipaini 3 nepenixy pexomenoosanux Oiomapxepis
BUBHAYAEMbCS  ulle pigeHb Ximompuo3uoasu 6 niaasmi kpoei. QbcmedicenHs.
npogodumscia 6 jaabopamopii  Llenmpy  opgannux  3axeoprosanv  HJ[CJI
«OXMATHAUTy. Tam owce nposodumuvcs idenmudhikayis mymayii 24bp y eeni
Ximompuo3uoasu, siKka npuzeoo0ums 00 8i0CYMHOCMI XIMOMpPUO3UOA3HOI AKMUBHOCTE
8 NaAsMi Kpoei, W0 Modice CNPUYUHUMU XUOHO He2amueHy O0iacHOCMUK)Y X680poou
Towe. [lposedeni OocniodcenHss NOKA3AAU, WO OPIEHMOBHA HACMOMA HYIbOBOL
mMymayii 6 eeui ximompuosuoasu y Hacenrenus Ykpainu cmanosums 10,1%. I]e
00800umMb HEOOXIOHICMb NPOBEOEeHHs MOJEKVIISIPHO20 O0CIIONCEHHSI HASABHOCMI YiET
Mymayit.

[lepen mnoyaTkoM JIIKYBaHHSI PEKOMEHAYEThCS BIAIOpaTH MMOYATKOBUM 3pa3oK
cupoBatku (3 mi1), IKUil y MallOyTHHOMY CIYTyBaTUME KOHTPOJIbHUM CTaHJIapTOM, Ta
30epirat ioro y OaHky KpoBi mnpu Temneparypi -70°C. ¥V Bumajnky mnosiBM B
Maii0yTHHLOMY NOOIYHUX peakuii micis (GepMEHTHOT 3aMICHOI Tepallii Ui MPOBEICHHS
THIITMX aHAJI31B/OCIIKEHD Ty>KE€ BOKIIMBE 3HAYCHHS MA€ MOKJIMBICTh BU3HAYCHHS
MMOYAaTKOBOTO PiBHS aHTUTLI B CHPOBATIII XBOPOTO.

OLIHKA CeNe31HKH, MEYIHKN Ta KICTOK

3a J10MOMOrol MarHiTHO-pe3oHaHcHOi Tomorpadii (MPT) HeoOXinHO ToCHiauTU
00’eM Ta 1HOQUIBTpAIO ceNe3iHKu 1 neviHku. 3a BiacyTHocTi MPT neBHe ysiBIEeHHA
PO po3Mip opraiB Moxke natu Y3/ (MeHI TOYHUI METO).

OriHKa KICTOK B iieaJli Ma€ BKJIOYATH BUMIPIOBaHHS IIUIBHOCTI KICTKOBOT TKAaHUHH,
BUKOHAHOI pa3oM 3 JBOXCHEPTETHYHOI PEHTIEHIBCHKOI JEHCUTOMETPIEIO)
TIBOXCHEPTETUYHOIO PEHTTEHIBChKOIO abcopOmiomerpieto -/[EPA) ycworo Tina,
MOTIEPEKOBOro BiALTy XpebTa Ta/abo crerna, MPT momnepekoBoro Biaaity xpeodTa i
CTETHOBHX KICTOK.
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Komenmap pobouoi zpynu: B 36'a3xy 3 o0bmedicenicmio pecypcis

0BOXEHEP2eMUYHA —DEeHM2eHIBCbKa  OeHcumomempis 6  Yxpaiui  8UKOHYEMbCS
0OMeENHCEeHO.

A reappraisal of Gaucher disease — Diagnosis and disease management
algorithms. American Journal of Hematology (2010):

AJ'IFODI/ITM IMIPOBCACHHSA ,Z[iaFHOCTI/IKI/I

Cepen marli€eHTIB TOXOJKEHHS alllkeHa3l yacTtoTa xBopoOu [ome € mpubmusHO 1
Bunagok Ha 800 ocib, B TOMW Yac sSK I'eMaTOJIOTIUHI 3JIOSKICHI 3aXBOPIOBAHHS
3ycTpiuaroThes 3HauHo piame ~ 1 Ha 2500 [33]. ToMy B 1iil €THIYHINA TPy KOKHOMY
NAIIEHTY 31 CIUICHOMETATIEI0 Ta IUTOIMEHIEI0 JOIUIBHO B MEPILY Yepry MPOBOJAUTU
aHaniz Ha xBopoOy ['ome. BaxnuBo nam’staTd, 00 cepel JaHOi MNOMyJIsuii
HaWMomupeHima romMo3urorHa mytamiss N370S dyacto HOposBIsS€ETbCA y BUIIISL
JIErKO1 LUTOMEHII Ta CIUIEHOMerajii, Kl He OepyTh 10 yBaru Npu IEpPBUHHIN
JiarHoCTulll. TakuM YUHOM, JIKApS-KIIHIIKCTAa MalOTh HACTOPOXKYBaTH HAasIBHICTh
TaKuX O3HaK xBopoOu ['oie, sik rineppepuTHHEMIsI, HU3bKUI PIBEHb XOJIECTEPUHY
JITIBILI, xameH1B >kOBYHOTO MiXypa abo 0CTEONopo3y y paHHbOMY Billl Ta TamManarii.

B nomysmsmii, o He MarOTh MOXOJKEHHS alllKeHas3l, xBopoba l'omie 3ycTpiyaeTbes
3HAYHO PIAIIEe B MOPIBHSAHHI 3 T€MATOJOTIYHUMH OHKOJIOTITYHUMHU 3aXBOPIOBAHHSIMU
(~ 1 Bunamok Ha 40 000). Cepen Takux maiieHTiB XBopoOy ['omie B audepeHmiiiniit
J1arHOCTHIIl JOIUTBHIIIE PO3TIISIATH TICs BUKITIOUEHHS 3JI0SKICHUX HOBOYTBOPCHD.
3a3BUyail B UX BUIMAJKaX BUKOHYIOTh OIOICII0 KICTKOBOIO MO3KY, fIKA MAa€ CTaTU
PYTHMHHHMM aHaJi30M JUJIsl BUSIBJIEHHS SIK KIITHH ['omue, Tak 1 0Ka31B OHKOJOTTYHUX
3aXBOpIOBaHb KpoBi. HaBeneHi Bullle MIPKYBaHHS JalOTh OOIPYHTYBaHHS
J1arHOCTUYHOMY QJITOPUTMY XBOPHUX 32 €THIYHOIO NpuHaexHicTo ([Jomarok 3 Ta 4).
[lepen 3acToCcyBaHHAM aJrOpPUTMYy CJI1J BHUKIIOYUTH HAsBHICTb IMOPTaJIbHOI
rinepTen3ii, BUKIIMKAHOT MPOTPECy0YUM 3aXBOPIOBAHHIM TIEUIHKU BiJIOMOI €T10JIOTIi.

[Ipu po3poOii 1MX MAIATHOCTUYHUX aJTOPUTMIB aBTOPH 30CEpPEIWIM yBary Ha
CIUIGHOMETajil SK KIIOYOBIA O3HAIll, OCKUIbKM JaHWA CHMIITOM HPUCYTHIH Yy
MepeBakHIN OLIbIIOCTI mMamieHTiB 3 xBopoboro I'ome [10]. B Peectpi marieHTiB 3
xBopo0Ooto ['ome (ICGG Gaucher Registry) 87% xBopux MaioTh CIUIEHOMETajiio, 10
B I’ATh pPa3iB NEPEBUIIYE MOKA3HUKH HOPMAJILHUX PO3MIPIB CEJIE31HKU (CepeaHiil
0o0’em cene3inku = 15,2X3HaueHHss HOpMmH). Asie mepedir xBopoOu [ome Mmoxe
BiI0yBaTHCs 1 0€3 CIuiIeHOMeraii, TOMy BiICYTHICTh IIbOTO CUMITOMY HE BUKIIIOYAE
xBopoOy Tome ([omarox 8, puc. 5). Y JdiTHIX NIOAEH YacTO 3YyCTPIYAETHCS
romo3urotHa Mmytamiss N370S, npu skiii crnimeHoMeranis a0o BiACyTHA, a0o Mae
Jerkuit cryminb nposiBy [9]. CrneHomeraniss BHU3HAYA€ThCSA IUISXOM 00’ €MHOTO
BUMIpIOBaHHSA cene3iHku Ha 300paxkeHHsx MPT, KT abGo ymsTpa3BykoBoro
TOCIIDKEHHST 3 HACTYMMHUM OOYMCIIEHHSIM Macu opra”y (1 mi gopiBHioe 1 1), mo
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BUPAXAETbCS Y  BUIISIAI  MHOXHUHU HOPMaJbHHUX MOKa3HUKIB po3MIpy

cenesinku, T00To, 0,2% Bia 3aranbHOi Baru Tina [36]. CrijieHeKTOMi0 y Talli€HTIB 3
XBOpoOoI0 ['o111e BUKOHYIOTH MPU arpeCMBHOMY Mepediry 3aXBOPIOBAHHS B IEUIHIII,
kicTkax Ta jerensx [37] (Jlomarok 8, puc. 6). ToMy BCciM XBOPUM, SKHM IUTAHYETHCS
MIPOBEICHHS CIICHEKTOMIi 3 MPUBOJAY CIUICHOMETanii 0e3 BCTAaHOBJICHOI E€TIOJIOTii,
HEoOX1THO 00OB’A3KOBO MPOBOJUTH aHaNi3 Ha BHUsIBICHHA XxBopoOu ['omre. Orinka
cruieHoMeraiii mpu xBopoOi ['ome mae moemHyBaTHCS 3 BHBYCHHSIM MapPCHXIMH
cene3inku. Maiixe 20 % manieHTiB 3 XBopobOoro ['omie MaroTh (poKallbHI ypaXKeHHs
CeJIe31HKH, a 1X 4acToTa 3pocTae 31 30UIbIICHHSIM po3Mipy 1boro oprany [38]. Taki
YpOKEHHSI MOXKYTh OyTH TpejacTaBieH] (HOKaIbHUM CKYIMUEHHSIM KJITUH [omie abo
TUISTHKaMH 1HPapKTy, 110 TOMUIIKOBO A1arHOCTYIOTh SIK HOBOYTBOPEHHS CEJIE31HKHU.

ITinTBEepKEHHS IarHO3Y

®epMenTHHIT aHaJdi3. JllarHOCTUYHUM MIATBEPKEHHSIM XBopobu [lome €
BU3HAYECHHS HHU3bKOI aKTUBHOCTI KHCIOI  P-TJIIOKO3WAa3d B JICHKOIIMTaX
nepudepiitHoi kpoBi (B HopMi ckiagae 2,1-5,3 wmmonw/n/rox) [39]. Amnanis
BUKOHYETHCS HA JIEMKOLUTAX KPOBI 3 BUKOPUCTAHHSAM (PIIyOPECLIEHTHOTO CyOCcTpaTy
4-metunymoemtigepon b-rimoko3uay. st nboro HEOOXiTHO MaTH 3pa3oK KpPOBI
00’emoMm 10 mu, crabimizoBanuii EJITA Ta HeraifHO mocTaBieHUi Micis BiAOOpPY 10
nabopaTopii Npu KIMHATHIN TeMneparypi.

Moaexkyasipaa aiarnoctuka. Monekynspuuid anani3z reny GBA1 ycknagHioeThes
MPUCYTHICTIO BUCOKO TOMOJIOTIYHOTO MCEBAOTEHY, IO MPUXOBYE NEKIIbKa MYTallii,
K1 32 HASBHOCTI B aKTUBHOMY T'€H1 IIPU3BOSTH 10 XBopoou ['omie. byno po3pobieno
JeKUTbKa METOIB, 1100 YHUKHYTH MOYKJIMBUX CKJIQHOIIIB Ta MPOaHaIi3yBaTH JIUIIC
MOCTIJOBHOCTI aKTUBHOTO T'eHy 0e3 JIOMIMIOK IOCHTiOBHOCTEH MceBaoreny [40].
HeratuBHuii pe3ynbTar CKpuHIHTY OutbiiocTi myTamid reny GBALl He BukiItouae
xBopoOy Tomie. TakuM uYMHOM, Talll€HTaM 3 TMiJ03pol0 Ha XBopoOy [omie Ta
BIJICYTHICTIO HaWiOLIbII TMOLIMPEHUX MyTalld ciiJi 0OOB’S3KOBO BHUKOHYBAaTH
CCKBEHYBaHHs Bciel koayroudoi obnmacti reny GBAL [40]. Amnami3z wmyrariii reny
GBA1l moxe HagaBaTu JesSKYy MPOTHOCTHUYHY iH(OpPMAIIIO IIOJ0 XBOpPOOHW, Xoua
cepen TAaIleHTIB 3 imeHTHYHUM TeHotuniom GBAL cnocrepiraioTbesi 3HaAYHI
BIIMIHHOCTI B TSDKKOCTI mepe0iry 3axBoproBanus [7] (Jlomatok 8, puc. 5). Bimomocti
mpo mytaiii GBAL y npoGanaa moJyieTyoTh MPOBEACHHS CIMEMHOTO CKPUHIHTY TIiJT
Jac TEHETHYHOTO KOHCYJIbTYBaHHS WYJEHIB POAWHM, OCKUTBKH 3a JIOMOMOTOIO
(epMEHTHOr0 aHalli3y He MOXHAa JTOCTOBIPHO 1IEHTU(DIKYBAaTH HOCIIB T€TEPO3UTOTH.

Komenmap pobouoi epynu: Ha momenm aoanmayii 0anoi KIIHIYHOI HACMAHOBU 8
Vkpaini nposooumvcsa eusnauenHs 3 HAUOLIbUL PO3ZNOBCIOONCEHUX MYMAayiu 6 2eHi

GBAL: N370S, L444P, 84GG. Ilonepeoni monekyisapHo-eeHemudti O00CHIONCEHHS.
nayienmis 3 xeopooorw Iowe, saxi o6ynu suxounaui y nabopamopii llenmpy opgharnnux
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saxeoprosans HICJI  “OXMAT/IUT”, npooemoncmpysanu, wo  Hauoinvw

posnoscrooxcerumu 8 Yrpaini € mymayii N370S ma L444P.

Bioncis kicTrkoBoro Mo3ky. Jlisi NMOCTaHOBKHM JiarHO3y PYTHHHE JOCIIIKCHHS
KICTKOBOTO MO3KYy HE € 000B’a3kOBUM. Lleli TecT He peKOMEHIYEThCS BUKOHYBATU
JUIsl  BUSIBJIEHHST XBopoOu [omie depe3 pU3MK KpOBOTEYl y 3B SI3KY 3
TPOMOOITUTOIICHIEID Ta Koaryniomnariero. Takox TOCTYNMHUNW HaAIMHUI Ta MEHII
1HBa3uBHMUM (hepMEHTaTUBHHM TecT. baraTo marieHTIB MOBIIOMIISIIN PO BUKOHAHHSA
O1or11Cii KICTKOBOTO MO3KY 3a3BWYail 0 PO3TIISATY IPHITYIIIEHHS 111010 XBopoowu [ omre.
Crnig  yBaXXHO I1HTEpHpPETyBaTH 3pa3Kh KICTKOBOTO MO3KY, OCKUIBKH YK€
MOIIMPEHUMHU € XUOHO-HETaTUBHI pe3yJIbTaTH, OCOOIMBO MPU JOCITIIHKEHH] acIipary
KICTKOBOTO MO3KY B TOpIBHSIHHI 3 Olomciero. | HaBmaku, HasBHICTh MCEBAO-KJIITHH
['ome Moxke mpu3BecTH A0 MOMUIKOBOI jiarHocTuku [35]. IlceBmo-kmituau [ore
Oynu BUSBJICHI MPU PIZHUX MATOJOTIYHUX CTaHaX: MHOXHMHHa Miejgoma [41],
MIEJIOAUCIIIA31S Ta MIENOJUCIUIACTUYHI CcUHApoMU [42], XpoHIYHA MI€IOigHa
nevikeMmist [43], TyOepkynbo3 JereHiB [44], mikoOaktepio3 [45] 1 ceproBHIHO-
KJIITUHHA aHeMis [46]. B peskux Bumagkax O10ICis KICTKOBOTO MO3KY MOXeE OyTH
MOKa3aHa TMallieHTaM 3 XBOpoOoro ['omie Ta mio3por0 Ha HASIBHICTH CYMYTHBOI
reMaToJIOTIYHOT MaTOJIOTii, HANpUKIaj, MieaopiOopo3y, MHOXKHHHOI MIEJOMH a0o
THIINX 3JI0SIKICHUX 3aXBOPIOBaHb KPOBI.

Bioximiuni mapkepu. Y marmientiB 3 xBopoOoto ['omie crmocrepira€rbesi CTIMKO
MIJIBHIICHUN PIBEHb JEKIIBKOX CHPOBAaTKOBUX OUIKIB, €Ki 3 HHX MOXKHa
BUKOPUCTOBYBATH B SIKOCTI OlOMapKepiB Il PyTUHHOTO MOHITOPUHTY, HANPUKIA,
aHTioTeH3UH-TiepeTBOproounii  pepmeHT (AIID), TapTpaT-pe3ucTeHTHA KHUCTA
docdaraza (TPKD), xitorpuosuaaza ta xemokin, CCL18 [47, 48]. Jlna glarHOCTUKH
xBopoOu ['o1ie HETOCTaTHHO BUSIBJIICHHS M1JBUIIIEHOTO PIBHSA OJHOTO a00 JIEKIIBKOX
LMUX MapKepiB, OCKUIbKM TaKl MOKa3HUKM MOXYTh CIOCTEpIraTHUCSA 1 NP 1HIIUX
naToJIoTiuHUX cTaHax. Jyis xBopoOu [omie xapakTepHi Taki aHOMaii 010XIMIYHHMX
MOKa3HUKIB, SK HU3BKUM piBeHb BiTaMiHy Bl12, cupoBaTkoBUX JINOMPOTEIHIB
(JITTHIILL 1 JITIBIII) Ta migsumenuit deputux [9,25,49].

AJ'IFODI/ITMI/I OHiHKI/I CTaHY HaHiCHTa Ta BEACHHS 3aXBOPIOBAHHSA

[Ticnst miaTBepKeHHS AiarHo3y xBopoou [ orie ciijl 30cepeuTrucs Ha KOMIUICKCHIM
OLIHIII BCiX acmekTiB 3axBoproBaHHs (/lomatox 8, puc. 6) aas BCTAHOBICHHS
BUXIJTHUX XapaKTEPUCTHK, BHU3HA4YCHHS THUMY (EpPMEHTHOI 3aMiCHOI Teparii,
PO3pOOKH 1HAMBIAYAIIbHUX TEPANeBTUUHUX ILUJIEH Ta CTpaTerii MOHITOPUHTY CTaHY
3n0poB’st xBopux [36,47, 50]. Ilig yac mpuiHATTSA PIIIEHHS CTOCOBHO JIIKYBaHHS
BaroMeé 3HAYEHHS MalOTh I[IOKA3HUKH SKOCTI JKUATTA Ta OIIHKA TAKKOCTI
3aXBOPIOBaHHS, BH3HAYE€Hl 3a JOMOMOIOI OJHOIO0 3 HOBUX I1HCTPYMEHTaJIbHHUX
METOJIB, SIKI MOJKHA JIETKO BHKOPHCTOBYBaTH B KIIHIYHHMX yMoBax [51,52].
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OcobnuBe 3HAYEHHS Ma€ peTelbHa OIIHKA KICTOK CKEJIETY, OCKUIBKA B IIUX

TKaHWHAX MOXYTbh HECTIO/[IBAHO BUHUKATH HE3BOPOTHI YCKIIATHEHHSI, 1[0 IPU3BOASTH
10 1HBaMAHOCTI XxBoporo. OriHka HeWpomnaTH4HOi xBopoOu [omie Oyna omucaHa
panime [53, 54]. ¥V Bunaakax HeHeWpomaTHYHO! (GOpPMH MEAUYIHHMA OTJIS TaIli€HTa
Ma€ TaKOXK BKJIIOYATH MOIIYK CHMIITOMIB Ta O3HAK MApPKIHCOHIYHOTO TPEMOpy 1
nepudepuynoi Helpomnatii. OCHOBHOIO TEPEIYMOBOIO BEICHHS Ta MOHITOPHUHTY
xBopoOu ['orie € po3ymiHHS TOTO, IO 1€ € XPOHIYHE MPOTPEeCcyroyue 3aXBOPIOBAHHS,
SIKe X04 1 Ma€e BapiabesIbHY CTYIIIHB TSKKOCTI, aJie B KIHIIEBOMY PaxyHKY IIPU3BOJIUTH
710 3MEHIIICHHS TPUBAJIOCTI XKHUTTS MatieHTiB [9, 55].

OO6roBopeHHs

JllarHOCTHKa Ta aJITOPUTMHU BEACHHS XBopoOu [ oliie, mpeacTaBieHi y i myOmikanii,
MOXYTh OYTH 3aCTOCOBaHI JJig OUIBIIOCTI TMAII€HTIB 3 JaHUM 3aXBOPIOBAHHSIM,
He3Bakarouu Ha HasBHICTH moHan 200 mytarmiii reny GBA, mo oOyMOBIIOIOTH
BenuKy (peHoTunoBy MiHIUBICTh. [1’saTh MyTarit (N370S, L444P, 84 ins G, VS 2+1
ta R463C) ckmanarots ~90% aieniB 3aXBOPIOBAHHS y TAlllEHTIB-HAIIAJIKIB €BPEIiB
amkeHasi Ta ~50% xBopux iHmoOro moxomkeHHs [1]. Hakmommpenimmm
reHOTUIIOM XBOopoOu ['omie y BChOMY CBITI cepel 0ararbOx HallOHAJIBHOCTEH €
L444P, romMo3uroTHuid CcTaH OOYMOBIIIO€ BaXXKM IOYATOK 3aXBOPIOBAHHS B
JUTUHCTBI Ta BUCOKUI pu3HK 3anydyeHHs B natoreHe3 [IHC [1,10,11]. IcnyroTs ayxe
BeJIMK1 (DEHOTUIIYHI BIZIMIHHOCTI SIK MDXK TaIliEHTaMu 3 0JJHaKOBUM TeHoThrioM GBA,
Tak i cepen cudciB [59] (Jomatok 6, puc. 5). DEeHOTHUII JIHIIIE YACTKOBO 3aJICKUTH Bijl
mytaiii reny GBA1. Benuky posib MarOTh T€HETHYHI/€MIT€HETHYHI MOIU(IKATOPH,
ajie OYIKyEThCS PO3MEXKYBAHHS IIUX MOHATH [60].

[HOM1 MposiBu xBopoOU ['olie MOXKYTh HE BIAMOBIAATH CTaHIAPTHUM YSBICHHSAM PO
dbepmenTaTUBHUN NeEeKT Ta JI30COMAIbHE HAKOMHYEHHS TIIOKOIEpeOpOo3uy.
OcTaHH1 JaH1 N1JKPECIIOI0Th Hallle HEMTOBHE PO3yMiHHs O1osorii myTaniii reny GBA,
HACJIAKIB HAKOMMYEHHS TIOKoLepeOpo3uay B Makpodarax Ta iX BIUIMBY Ha IHIII
TUIW KJIITUH. Hanpuknaz, y Aeskux namieHTiB 3 XxBopoOoto ['ome I tuny onucanwuii
TSOKKUM cuHApoM [lapkiHCOHY, IO CTaBUTH MMiJl CYMHIB HEHpomaTuiHy (Hopmy IIOTO
3axBoproBadHs [40, 61]. BBaxkaeTncs, mo cunapom [lapkincona mpu xBopo6i [orne
tunty | BUHUKae BHACHIOK arperamii CHHYKJIEIHy B Jo(aMiHEpPTriuHUX HEHpOHaXx,
1HIyKOBaHOI mocuieHHsM aii mytarii renHy GBA, 1m0 mpu3BOIUTH 10 MOPYIIECHb
dbopmyBaHHsSI CTpPYKTypu OUIka (Hampukiaa, Takow wmyTtamiero € N370S), abo
HakonmuyeHHsM nimiaiB [62, 63]. Ille ogHe piakicHe, ajle cMepTeIbHE YCKIIAHEHHS
xBopoOu ['omre Tuny I — nerenesa rinepreH3is, sKa 3a3BUYaii BUHUKAE y MALIE€HTIB 3
BIJICYTHICTIO CEJIC31HKH Uepe3 MOXKJIMBE Oe3MocepeIHe 3aTyUeHHs KIITHH €HI0TEeNi10
B marojoriyauii mpomec [68, 64]. Cepen 1HIMX MPUKIAIIB HETUIOBUX YCKIIATHEHb
BUJUISIIOTH YIIKOKEHHS Miokapy [65], mepudepiiiny Helponarito [66] Ta 37105KiCHI
3aXBOPIOBaHHS KpoBi [9, 25, 27, 29-31]. [linBuiennii pu3uk MHOKWHHOT Mi€JIOMH Ta
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ramariartiil y naii€eHTiB 3 XxBopo6oro ['omie Tumy I nmoB’si3ytoTh 3 TpUBaIO IMyHHOIO

CTUMYJISILIIEI0 aKTUBOBAaHUMHM Makpodaramu [32]. Bupasuuii deHoTun XxBopooOu
I'ome Tumy III ob6ymoBmioe romosurotHa mytaris D409H, ska mposiBiseTbes y
BUTJISIZII CEPIIEBOTO KaJBIIMHO3Y, IMIEMIYHOI XBOpPOOW cepisi 0e3 aTepocKiIeposy,
rigponiedanii [1] Ta mioknoniunoi eminencii [40]. Komoigaa muctpodis mkipu €
HaNO1IbII BaKKUM TiposiBoM Tuity Il 3axBoproBanus. Lleit ¢penotun Oy moBTOpEHMI
B reni GBA emOpionanpHOro THMy HyIbOBUX wMmumed [67]. Yci pazom mi
CIIOCTEPEKEHHSI CTaBJIATh MiJ CYMHIB po3riian xBopoOu [‘ome nume 3 OOKy
Makpodaris. B xomi ocraHHIX JocaipkeHb Tmartodizionorii  xBopobu [omre
BCTAHOBUJIM BAXKIIUBY POJIb Y PO3BUTKY IILOTO 3aXBOPIOBAHHS IHIIUX THUIIB KJIITHH,
BIIMIHHHMX B1J1 MOHOHYKJI€ApHUX (parouuTis [68].

PEKOMEHJALIT WLOJO JIIKYBAHHSI MALIECHTIB 3 XBOPOEOIO
TOIIE

depMeHTHA 3aMiCHA Teparis

A reappraisal of Gaucher disease — Diagnosis and disease management
algorithms. American Journal of Hematology (2010):

OnyOmnikoBaHi KepiBHI MNPUHIMIKA Ta TEPANEBTHYHI Il JIKYBaHHS CHUCTEMHHX
nposiBiB xBopoOu ['orie 3acHOBaHI Ha JOCBiAI BUKOPUCTAHHS (PEPMEHTHOI 3aMiCHOL
Teparii 3 aJrioIepa3or Ta IMIrIoiepa3ow [36], o0 € eTalloHOM JUIS BCIX 1HIIUX
MeTonuK JikyBaHHs. OIliHKa BIAMOBINI Ha TPOBEICHE JIKyBaHHS (POpPMYyeThCs Ha
OCHOBI BEJIMKOI KIJIBKOCTI HAKOMUWYEHUX NaHux [56]. ['eTeporeHHUil Ta XpOHIUYHUN
xapaktep mnepebiry xBopobu ['omie Tumy | Bumarae CTBOpPEHHS 1HAWBIIYadbHOT
MOZeNIlI BEJAEHHS 3aXBOPIOBAHHA 3 MiAOOPOM BIAMOBIAHOT 103U (EpMEHTY Ta
TEepaneBTUYHUX LUIEH B KOXHIM 00jacTi BIUIMBY JaHoi natosorii. Kpim Ttoro, y
MOPIBHSIHHI 3 METOJIOM «OYIKYBaJIbHOI TAKTHUKH» MaKCUMAJIBLHOTO JIIKYBAJIbHOTO
e(deKTy MOKHA JOCATTH IUISXOM TNPOBEICHHS Teparii rnepes MmosiBO0 HE3BOPOTHHUX
yckiaagHeHb. Ha  choropHimmHINA J€HH BCTAHOBJIEHO, IO TMpPU JIKYBaHHI
IMITJTIOIIEPA3010 ICHYE 3alIeXKHICTh eeKTy Teparmii Bia ao3u mpemnapaty [57]. Tomy
JUTSI TIAIIEHTIB, Y SKUX TICPBUHHUM 3aBIaHHSIM € KOHTPOJIb 3aXBOPIOBAHHS, TOOTO
CIIOCTEPITa€EThCA TATOJIOTIS MOMIPHOTO a00 Ba)XXKOTO CTYMNEHIO, HAsBHICTh TaKUX
3arpo3/IMBUX JKUTTIO CTaHIB, SK TICYIHKOBO-JIETEHEBHA CHHIPOM Ta JETCHEBA
rirmepTeH3is, moYaTKoBa J103a IMITTiolepa3u 3a3Buuaid ckiaagae 120 On/kr macu Tina B
4-twxHeBoMy Tmiepiofi. Ilicimst JOCSTHEHHS MEPBUHHOTO KOHTPOJIIO 3aXBOPIOBAHHS
Mali€eHTaM MOXHA MPU3HAYUTH MIATPUMYIOUY Tepamiio 31 3HIKEHOKI 103010
npenapaty (Puc. 6). ¥ mari€eHTiB 3 CymyTHBhOIO JIETEHEBOIO TIEepTEH31€10 (HEPMEHTHY
Tepamii CJiJ IUIaHyBaTH pPa3oM 13 MPU3HAYEHHSM BIAMOBIIHOTO JJIOMOMIXKHOTO
nikyBaHHs [58]. g mopocnux XBOpUX 3 MEHII BaXXKUM MEpediromM 3aXBOPIOBAHHS
JIOLIJIBHO BUKOPUCTOBYBAaTHM IOYAaTKOBY 103y mnpemnapaty 60 Op/kr macu Tina
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npoTsIroM 4 THXKHIB. Y JESKHUX MallleHTIB HE TOTPIOHO  3aCTOCOBYBAaTH

cienudiyHe JIKyBaHHS Yepe3 BIJACYTHICTH ab0 He3HauHI

HIeBHE
KJIIHIYHI  TIPOSIBU
3aXBOPIOBAHHS; 3a3BMYail Ile XBOpPi 3 T'€HOTHUIIOM, 1[0 MAa€ TOMO3UTOTHY MYTallilo
N370S. TakuM marieHTam ciijf peryaspHO MPOBOAUTH MOHITOPUHT CTaHYy 37J0POB’S
JUIA BUSIBJICHHS O3HAK MPOTPECYBAaHHS XBOPOOM Ta MOYATKY JIIKYBaHHS JO TOSBU
HOBUX CHMIITOMIB a00 HE3BOpOTHUX yckiamaHeHb [47] ([omatox 5). Baxmmso
M1IKPECIUTH, 10 OE3CMMITOMHUNA NEepedir MOXKe MPUXOBYBATH TaKi CyTTEBI O3HAKU
3aXBOPIOBAaHHS, SK ILIMTOIEHIs, CIUIGHOMEralis Ta ocTeomneHis. LluMm mamieHTam

HEOOX1THO MpU3HAYATH JIIKYBaHHS IS HIBEJIFOBaHHS MOM1IOHUX MPOSIBIB XBOPOOH.

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

KoxHili AuTHHI Ta MITITKY 3 CHMITOMHOIO XBopoOor [ome (HomaTox 6) cmin
NpU3HAYaTH PETYyJspHI BHYTPIIIHHOBEHHI 1HGY31i (QepMEeHTHOI 3aMiCHOI Tepamii.
Jlo3y minOuparoTh 1HIMBIAYyalbHO BIAMOBIAHO JO KJIIHIYHOTO CTATyCy Malli€HTa Ta
HOro MOJIEKYJISIpHUX MOKa3HUKIB. PexoMOiHAHTHI (DepMEHTH OCTYIIHI B OUIBII HIX
80 kpaiHax CBITy, BKJIIOYAarO4M BCIO €Bpomy. JliKyBaHHS € JyXe JIOpPOTHUM,
MPOLIEIyPH BIIIUIKOAYBAHHS BUTPAT, CXEMH Ta JI03U TEpAIii BIAPIZHAIOTHCS Yy PI3HUX
perioHax. 3a MOXJIMBOCTI, JITH 3 BaXXKUM MepeOiroM 3aXBOPIOBAHHS MalOTh
oTpuMmyBaTu 103y mpemnapary 60 Op/kr koxkHI 2 THXHI. Y BHUIAJIKaX CEpPeaHBbOT
TSDKKOCTI CJIIJT MPU3HAUUTH 703y 1oHaMen e 30 Ona/kr. SAkio TepaneBTUYHOT 1T
JOCSITTUA HE BIA€ThCA, 103y MiABUIIYIOTH (lomaTok 7). Ilix 4ac KOKHOTO METUYHOTO
OTJISAly BUMIPIOIOTh Bary JWTHHU Ta MPU3HAYAIOTH BIAMOBIIHY KUIBKICTh OJIMHHIIH
npemnapaty Ha kutorpam macu Tina. [locTiliHa karerepusailisi BEHH XBOPOTO HE
nmoTpiOHa. BukITtOUeHHS CKIaAar0Th BUMAAKW YCKIAQTHEHOTO TOCTYITY 10 BEHH YA
CTpax IOUTUHU TEpel 1H €KIIEI0 HaBITh MICHS MONEPEAHBOr0 OOpPOOJIEHHS WIKIPU
aruTiKaIiiHUM aHEeCTETUKOM, HAITPUKJIIA, JIiJOKATHOM.

The Belgian Working Group on Gaucher Disease. Guidelines for diagnosis,
treatment and monitoring of Gaucher's disease. June 2004

Tadumusa 1la: opociai i3 xBopoOow I'ome Tumy I:
KJaacugikaunii

KpHUTepii KJIIHIYHOL

CTyniHb THXKKOCTI Jlerkuu HHomipHuit Tsxkn
[Tpunaiitmui oguH 13 | OauH abo KiJibKa 13
HACTYITHUX HACTYITHAX
KpUTEPIiB, aje He KpUTEpiiB
TSKKOTO CTYICHIO

Tepamis JuHamigaui 30 on./kr/2 TwkHi | 60 ox./Kr/2 THXHI

HaIJIsI BHYTPIITHBOBEHHO™ | BHYTPIIIHBOBEHHO™
I'emornoGin (/1) >10 8<10 <8
Tpom6onutu (/mm®) | >100 000 50 000-100 000 <50 000



https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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Po3smip nevinku | <1,25 1,25-2,5 >25

(MN**)

(o6’emra MPT abo

KT)

Poswmip cene3inku | <5 5-15 >15

(MN*¥)

(o6’emra MPT abo

KT)

YpakeHHs CKeJeTy e Hopmanbae/ | e 3HadHe ¢ KicTkoBuii Kpu3

e MarsitHo- JIeTKe 3MCHILICHHS

pE30HaHCHA 3MEHIICHHS IHTEHCUBHOCTI

tomorpadis (MPT) IHTEHCUBHOCTI curHainy Ha MPT

e JlBOcHEpreTnyHa curainy Ha MPT | T1/T2

PEHTTeHIBChKa T1/T2

acbopOuiomeTpis e Husbka e [lomipHa e Hanmipna

(IEPA) OCTCOIECHIs OCTCOIICHIS OCTCOIICHIS

e IIpoctuii peatren | (MILKT: Z- (MUIKT: Z- (MIIKT: Z-
MTOKa3HUK HE MIOKa3HUK BiJl MOKa3HUK HE

amwkue -1,5 SD) | -1,5SD g0 -2,5 SD) | nmxue -2,5 SD)

o JlebopMmarisiy | ¢ AcumnTomaTuyHi | ® ABaCKyJSIpHUIN

BUTJISII KOJIOU TUISHKA HEKpPO3
Epnenmetiepa aBACKYJISIPHOTO e [laTonoriuni
HEKpPO3y nepeIoMu
e XpoHiuHi 0o y
KICTKax
e 3MIMCHHS
Cyrio0iB
Bincorox axmpy vy |F>23% Fr<23 %
KIiCTKOBOMY  MO3KY | (HOpMajbHa
(Fy) KUIBKIiCTB:

Metoa: QCSI*** 27 %<F<55 %)

Xitorpuozuaaza**** | <15000 (abo <7 | >15000 (a6o >7500

500 y HOCIiB y HOCIiB MyTamii
MyTaIii XITOTPUO3UIA3H)
XITOTPUO3UA3HU)

* Mi>kHapoTHA OUHUIIS

** 301IpLIEHHS] HOPMAJILHOTO pO3MIpYy y KiJIbKa pa3iB

*** QCSI: kinpkicHa Bi3yanizalis XIMIYHMX 3CyBIB. Y KpaiHax bBeHUTIOKC 1 TexHoJoris €
JIOCTYITHOIO BUKIIIOUHO y AkaaeMmiyHomy MeanyHoMmy 1eHTpi (AMC). KonraktHa ocoba st
TUTAHYBAaHHS OLIIHKH:

Hoxtop Kapma E. M. Tommak, remarosnor, AkaaeMiuHMM MEIWYHUNA IEHTP, AmMcTepaam,
Jenaprament remaroorii F4-224

Tenedon: +31-20-566 57 85, daxc: +31-20-691 97 43, e-mail: c.e.hollak@ AMC.UVA.NL

*HEX AKTUBHICTD (DEPMEHTY XITOTPHO3UIA3U MOKHA BUMIPATH Y TAKHUX IIEHTPAX:

. Jlixapus npu yHiBepcureTi y M. leHr, nmaGoparopis MeTabomiuHMX 3axBoproBaHb 3K5
(konTakTHa 0coba: goktop B. Byiitc, Tenedon: 09-240 66 47)
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. Kminika mpu yHiBepcuteri CB. Jloka, ['pyma JOCTIIKEHHS MeTabOTIYHUX
3axBOPIOBaHb (KOHTaKTHA 0coba: mpodecop, moktop M. ®. Bincent, tenedon: 02-764 75 62)

Ta6muus 1b: [ditu (10 18 pokis) i3 xBopoodoro IN'ome Tumy I:
JA0XATKOBI KpUTepii KJIiHIYHOI KiIacudikaiii
Cryninb Jlerkuu IHomipHuii Taxkui
TSAKKOCTI
Tepamis JluHamidHMI 30 On/kr/2 Twxui | 60 On/kr/2 THXHI
HarJIsi BHYTPIITHbOBEHHO™ | BHYTPIIIIHLOBEHHO™
3axBOpIOBaHHS | YpakeHHS HasBHicTh
KICTOK BIJICYTHI CUMITTOMIB
YPaKEHHSI KICTOK
3pocTaHHA VYnoBuIbHEHHS
TEMITIB 3POCTaHHS
Kaxekcis
I'emornobin Ha 2 r/mm nHmwkde
HMKHBOL MEXI,
HOpPMaJIbHO1 TS
BIJIMOBITHOTO BIKY

* Mi>kHapOoTHA OTUHUIIS

Taoamus 2: opoci/miTi: J0AaTKOBI KJIiHIYHI KpUTEPIil CHIBHOI0 YPasKeHHS,
10 MOTPeOYITh Tepanii y BUCOKHX 103aX

ITouaTkoBe HaiiBuiuui pusuk
A03YBAHHA* 60 Op/kr KOXH1 2 TUXKHI BHYTPIIIIHHOBEHHO
Kpurepii pusuxy HasBHicTh 01HOTO 200 KIJIBKOX 13 HACTYITHUX CUMIITOMIB:

e CUMNITOMATHYHI 3aXBOPIOBAHHS CKEJIETY
e YiTke NOpyIIEHHS SIKOCTI )KUTTS uepe3 xBopoOy ['omre
e 3axBOpPIOBaHHS CEPIlS 1 JETEHIB, BKIIOYAIOYH JIETCHEBY
rinepTeHs31o
e [locTtTpancdys3iitHa 3aJIeKHICTh
e TspKK1 3aXBOPIOBAHHS EUIHKU
- di6po3 (ynpTpaconorpadis, KOMII FOTE€pHA
tomorpadis, MPT)
- [TopranbHa rinepTen3is
o TsDKKI 3aXBOPIOBAHHS CEJIC31HKU

- IloBToproBaHi i 00MIKMPHI 1H(DAPKTH

- Mexaniuauit guckomdopt
e MoOHOKJIOHaNBHI OIIKM Yy KpoBl abo cedi (Xoya iX
HAsBHICTb, SIK 1 IMOJIKJIOHAJIBHUX OLIKIB, YacTO HE
MOB’si3aHI 31 CTYNEHEM  TSHKKOCTI  XBOpOOH).
CruteHeKTOMisI  MOXKE  pO3MVISLIATUCh  SIK METOJ
BUKJIFOYCHHS TTOOJMHOKUX BHITAJIKIB JIM(POMH TUIBKU y
pa3i HasBHOCTI O3HAK JIM(POMHU y IHIIHUX MICISIX abo y
pasi BiACYTHOCTI peakirii cene3inku Ha MPT).
o bynp-siki CymyTHI MEIWYHI CTaHW, IO CHOPUSIOTH




28

NOJANbIIOMY YCKJIaAHEHHIO xBopoOu ['ome, abo ix
O3HAKH Ta CUMIITOMU

* Veci  pexomeHpamii 100 TMOYATKOBOI J103W MAalOTh KOPUTYBAaTHUCh B
1HAMBIAYaTbHOMY MOPSAKY, B 3aJI€KHOCTI Bl KJIIHIYHOT peakilii Ta JOCATHEHHS METU
JKyBaHHSI.

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

PesynbraTomM ¢epMeHTHOI 3aMiCHOI Tepamii € PpO3UICIUICHHS HaKOMUYeHOIro
TIFOKO3WJIIEpaMily Ta MOJIIMIIeHHS abo HopMaiizallis BiclepalbHUX, KICTKOBUX
CUMIITOMIB 1 3pOCTaHHS IUTUHU. B OLIBIIOCTI JIITEpaTypHUX JKEPES ONUCAHUN
edexT depMeHTHOI 3aMmiCHOI Tepamii 3 BUKOpUCTaHHsM anrmouepasu (ILlepenasza
(Ceredase®), Genzyme Corporation) — rirokonepeopo3uia3u OTPUMAHOT 3 JIFOICHKOT
IJIAlEHTH, [0 BIUIMBAaE€ Ha Makpodaru, 1 ctaia aoctynHor B 1991 poui — Ta ii
pekoMOiHaHTHOTO HacTynHuka, imirmonepasu (Llepesum (Cerezyme®), Genzyme
Corporation), sika 3acrocoByeThcsi 3 1994 poky. AnbrepHatuBHa (opma
PEKOMOIHAHTHOT JIFOJICHKOI TIIOKOIIepeOpo3ua3u — Benarironepasa ainbpa (BIIPIB
(VPRIV®), Shireplc) — nocrynna 3 2010 poky [22, 71]. Tpers pekomOiHaHTHa
dbopma JIIOJICHKOT TJIIOKo1IepeOpo3n1a3u — TaJironepasa anbga
(Pfizer/Protalix BioTherapeutics, Inc.) orpumana cxpaienns FDA (YnupapiiHHSA 3
CaHITapHOTO HAIJISy 3a SIKICTIO XapyoBHX MPOAYKTIB Ta meaukameHTiB CIIIA) B
TpasHi 2012 poky [72].

Komenmap pooéouoi zpynu: B Yxpaini cmanom na 01.08.2015 p. 3apeccmposarno
JIKApcoKi  3acobu  0ni  pepmenmmuoi  3amicHoi  mepanii  imienroyepaza  ma
mani2noyepasd.

3a oanumu Llenmpy oppannux 3axeoprosanv Hayionanvroi oumsyoi cneyianizosanoi
qikapui « OXMATI[UTy cmanom na 31.03.2016 p. ocoonuii 3 nayichmis 3 x60poboro
Towe, sxi nepebysaromv Ha 001Ky, He OMPUMYBANU OISl (hepMeHMHOI 3aMICHOT
mepanii 1iKkapcoKuil 3acib6 manienoyepasda.

TunoBuil pe3ynbrar (epMEeHTHOI 3aMiCHOi Tepamii y AiTell JAEeMOHCTpYE CYTTEBE
3MEHIIICHHS PO3MIpPY MEUYIHKH 1 CEJIe31HKH, HIBETIOBAHHS aHEMii Ta TPOMOOITUTOIICHI].
JlaH1 JOBrOTpHUBAIOTO CIIOCTEPEKECHH 3a 884 miThMu PeecTpy maliieHTiB 3 XBOPOOOIO
l'ome (ICGGGaucher Registry), ski OTpuMyBald aJrIOIEpa3y/iIMITIIONEpasy,
ITOKa3ajn, 10 OUTBIIICTh MO3UTUBHHUX 3MIH I'eéMaTOJIOTIYHUX IMOKA3HHUKIB Ta OLIBIIC
MOJIOBUHU TIOKpAIlleHh OpraHomeraiii 3agiKCoBaHI MPOTATOM TMEPIIOT0 POKY
nikyBaHHs. L1 mapamMeTpu npoaoBKyBajiu MOMIMIIYBATUCS a00 3aIUIIATUCI HA TOMY
K PIBHI MPOTSToM IoHaiMenIe 8 poki teparii [1] (Joxatok 8, puc. 2 ta 3). anuit
aHaII3 TaKOX MPOJEMOHCTPYBAB MOKPAIIECHHS B CEPEHIX Z-TMOKa3HUKAX 3pOCTY Ha


https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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1,9 omuHune TpoTsaroM 8  pPOKIB JIIKyBaHHS 3

anrmorepasoro/imirmtonepasoro [1] (Jomatok 8, puc. 4). I'padiku Ha puc. 2, 3 ta 4
(lomatoxk 8) MoOKHA BHKOPHUCTOBYBATH Il OILIHKHA 1HIWBIAYaJdbHOI BIJMOBIII
XBOPOTO Ha TEPAIIiIo 32 TI€0 K METOAMKOIO, 1110 ¥ AlarpaMu PoOCTYy.

VY niteir 3 xBopoOoro ['omie, M0 Moyaaud OTPUMYBATH TEpamilo IMIMIIONEPA300 B
Hepii JecATh POKIB KUTTSA, CIHOCTEPIra€ThCs HOPMAJIbHE CTaTeBE N03piBaHHS. Y
XBOpHUX, SKMUM He OyJ0 MPHU3HAUYEHO JIIKyBaHHS 10 HACTaHHS MiJJIITKOBOTO BIKY,
cTateBe Jo3piBaHHs 3aTpumyerbes [1, 39]. binpuricte kicTkoBoi Macu ¢GopMyeThes
MPOTATOM IyOepTaTHOTO Mepioay Ta Jocsirae MakcumMyMmy B 30 pokiB. Y maili€HTiB 3
XBOpoOow ['omie HEMOXXIIMBICTH HAKOMUYEHHS MAaKCUMyMY KICTKOBOi TKaHUHU B
KPUTUYHUN BIKOBUH NIEpiOJ pa3oM 3 OCTEOHEKPO30M MIiJBUILYE PHU3UK MOSBU
nepesioMiB, B TOMY 4YHCII MiKpoTpimuH. depMeHTHa 3aMicHa Teparisi 301IbIIye
MiHEpaIbHy HIUIbHICTH KicTKOBOI TkaHnuHu (MILIKT), kicTkoBy Macy Ta IIIIBHICTh
KoptukanbHoro mapy [1,11,22,51]. Haiiznaunimi mnokpamenns MIIKT
CTIOCTEPITAIUCS y MOJIOIUX TAIlIEHTIB, sIKi OTpUMYBaU iMirmonepasy [1, 4, 51, 69].
Imirmroniepasa TakoXX MPUTHIYYE HAWUTOCTpilIl KICTKOBI Kpu3u [1], 3amobirae mosisi
oomo B kictkax [20] Ta mepenomiB [13]. TakumM YMHOM, HUISXOM IOJIIIIIEHHS
MIIKT Ta 3MeHIIEHHS KICTKOBUX Kpu3iB (hepMEHTHA 3aMmiCcHa Teparisi YUHHUTH
npo(IIaKTUKY TAKUX CEPHO3HUX CKEJIETHUX YCKIIaJHEHb, SIK KOMIpecid cyrioda uu
XpeOIliB Ta MEPEITOMH.

B pesynbrari JiKyBaHHSI CIIOCTEPIraeThCs TOBEPHEHHS 10 Maibke HOpPMaJbHUX
3HAYCHb IIiJIBUIIEHUX TOKA3HMUKIB TaKuX OlomapkepiB 3axBoproBaHHA, sk AllD,
TPK® Ta CCLI18 [56, 63], 3HM>KEHHs TinepimyHoriaoOyiHemii [70] Ta BHUCOKOTO
piBus peputuny [30, 60, 68, 73]. [locTiitHa Teparmis 3 BUKOPUCTAHHSAM IMITJIIOIEPA3H
nokpainrye abo HopMmanizye piBHl IgA Ta IgM, IgG € MeHm CHpUWHSTIMBUM [0
nikyBaHHs [70].

[Tpubnu3Ho y 7 % maiieHTiB cnocTepiraiucs MepioguyHi MOOIYHI peakiii mij 4Jac
abo dyepe3 JnekUIbKa AHIB Ticas mnpoBelaeHHs 1H(Dy3ii npenapaty [5]. IlomiOHi
HECIIPUSTINBI PeaKilii TIMepuyTIMBOCTI ab0 SBHINA HEaJEePriyHOTO TMOXO/KCHHS
MOKHa TOMEPEAUTH HUIIXOM IOBIUIBHOIO BBEJIEHHS PO3YMHY 1 301IbIICHHS Yacy
iH(py31i Ta/abo TOMEepeTHHOTO BBEJACHHS AHTUTICTAMIHHUX TIpEmapaTiB  4d
KopTukocTepoiniB. Crnuparoyuch Ha  OaraTOpiyHUW  JOCBIA ~ 3aCTOCYBaHHS
iMirTIonIepa3y, BCTAHOBJICHO, IIO CXeMa BBEIEHHS Mpemnapary, sika mepeadadae
MOYAaTKOBY TMOBUIBHY IIBUAKICTH BBEACHHS 13 TOCTYNOBUM 1i 3pPOCTAHHSIM, €
npo(UIaKTUKOI0O BUHUKHEHHS MOOIYHUX peakuiid. Sk mpaBuiao, OOCTEXKEHHS Ta
IEpBUHHE JIKyBaHHs JITeH 3 XBOpoOoto ['omre npoBoaATh B yMOBaxX CTalllOHapy, 1€
BUKOHYETbCA PETEIbHUM MOHITOPUHI CTaHy XBOPHX. 3a BIJCYTHOCTI MOOIYHHX
edekTiB (epMEHTHOT 3aMiCHOI Teparii uepe3 6-12 MicALiB B JEIKUX KpaiHaX XBOPUM
T03BOJISIETHCSL TPOBOAMTH TOAAIBINE JIIKyBaHHS BIOMAa. Takui MiAXia JOMOMAarae
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Nali€HTiB 1 1XHBOI POAWHHU. TPHUBANICTH TOCHITAIBHUX 1HQY31H HEOOX1THO
CKOPUTYBAaTH B 1HIUBIAYyaJIbHOMY MOPSIKY AJS KOXKHOT'O XBOPOTO /O MEPEBEICHHS
HOro Ha JOMAIIHIM PEXHUM JIIKyBaHHA. SKIIO mpotarom 6-12 MicAiiB He BUHUKAIH
noOiyH1 peakilii, MoB’s3aHl 3 BBEJCHHIM Mpernapary, mosBa B MOJAIbIIOMY aHTUTLI
knacy IgE manoiimoBipHa.

Komenmap poéouoi zpynu: Poboua epyna 6easxcac OOYLIbHUM HABECMU HOSI,
HewWo00asHo onyoniKo8awi, Oaui 00CHIONHCEHb WO00 epexmueHocmi ma Oe3neuHocmi
3acmocysants manienoyepasu y oimell.

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

ITongiitHe cininme paHaOMiI30BaHE OaraTolEHTpOBE JOCHIKeHHS ¢azu 3y
napanelbHUX Tpynax, NPHUCBSUYEHE BUBYCHHIO 3aCTOCYBaHHS 2 BapiaHTIB 03
npenapary tanirmonepasa anbda (30 og/kr - n=6, ado 60 ox/kr - N=5) y Mali€HTIB
TUTSYOro BiKY (Bi 2 10 <18 poKiB) 3 MIATBEPIKEHUM J1arH0o30M xBopoou [omre (y
TOMY YMCIII THI 3 y OJHOTO MalliEHTa Ta TUIl 3C y 1HIIOr0) 32 PIBHEM aKTHBHOCTI
nerkonurTapHoi kucnoi B-rmroko3umazu < 30 %, sKi paHilie HE OTPUMYBAIU
(depmeHTO3aMICHY Tepariio OyJlo MPOBEACHE Yy TPhOX LIEHTpax B 3 kpaiHax (I3pains,
[liBnenno-A¢dpukanceka PecnybOmika Tta Ilaparsait). JlocnimkyBaHuil mnpenapar
BBOJWJIM IIJISIXOM BHYTPIITHBOBEHHUX 1H €KI1M TpUBANICTIO |—2 TOAMHU Yyepe3 KOKHI
2 TWXHS TPOTATOM 12 MICSIIB. y TPYNH JIKyBaHHs TaJIrIoNepa3a aibda y 103ax
30 om/kr abo 60 ox/kr. Bcei marientd 3aBepuniv  gociimkeHHs. [lomyssiis
JOCIIJKEHHST CKJIaJaiach MEPEeBaXHO 3 0OCI0 €BPOIEOigHOl pacu, 2 TAIIEHTIB 3a
MOXO/DKEHHSIM MaJIi  BIJTHOIIEHHS JO €BpeiB-amKkeHas3iB. Hampukinii mnepioxy
JIKYBaHHS TpHUBaMICTIO 12 MicsAUiB mMali€eHTaMm, SKI BIANOBLAAIA KPUTEPIIM
BKJIFOUEHHSI, POTIOHYBAJIM B3SITH Y4aCTh y PO3IMIUPEHOMY JTOCIIIKEHHI.

Ha 12 wicami pocnigkeHHss y 000X Tpymax J03yBaHHs Tajlirirolnepasa aibda
CIIOCTEPITaloch: CEpPeAUHHI KOHIEHTpallli remMorjo0iHy 30imbmuiaca Ha 12,2% 1
14,2%; 1HTEpKBapTUIbHUWA [1alla30H CEepPeAHbOI 3MIHM MPOLEHTHOTO PpIBHSA
reMorjo0iHy Bif mo4yatkoBoro piBHs Oynu 20,6 1 10,4, BIINOBIAHO; B CEPEAHBOMY
00’em cene3iHku 3MeHmuBcs 3 22.2 1o 14.0 multiples of normal (MN) 1 3 29,4 no
12.9(MN) , BiAmoBinHO; cepeaHiit 00’em newiHku 3MeHmuBes 3 1,8 1o 1,5 (MN), Ta
3 2,2 mo 1,7 (MN); kimbkicte TpomOomuTiB 30umbmmaace Ha 30,9% 1 73,7%; Ta
3HU3WIIACh AKTUBHICTh XITOTpio3ia3u Ha 58,5% 1 66,1% BianoBimHo. Maiixke Bci
no614H1 edekTr Oy TPaH3ITOPHI JIETKOTO Ta TOMIPHOTO CTYIEHs, HE MOB'sI3aHi 3
nikyBaHHsaM. [1i gac mociipkeHHs He OyJio JeTalbHUX BUITAJIKIB, 1 )KOJACH YUYACHHUK
He OyB BHUBEICHHMU 3 JOCITIKEHHS BHACHIIOK. Bucnosox JlikyBaHHS mMaIll€HTIB


http://dx.doi.org/10.1016/j.bcmd.2014.10.002
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TUTSYOTO BIKY npenaparoMm Tajirmoonepasa anbda mpotsrom 12

MicCAI1IB OYyJI0 OB’ sI3aHe 3 MOKPAIICHHSIM 32 OCHOBHUMHM MOKa3HUKAMU MaTOJOTTYHUX
IposiBIB XBOopoOuW ['oImie, BKIIIOYAIOYM OpraHOMEraiilo Ta T'eMaTOJIOTIYHI Po3iaiw,
MOPIBHSHO 3 BUXIAHUM piBHEM. 301IbIIECHHS 3pOCTY, Baru Ta KICTKOBOTO BIKY TaKOX
CIIOCTEpirajgy mapajelbHO 3 TOKpAILIECHHSIM 3a TOB’A3aHUMH 3 3aXBOPIOBAHHSAM
Olomapkepamu — akTuBHICTIO XiToTpmosumasu Ta CCLI8. Ilicma 12 wmicsmis
JMIKyBaHHS Tajirimonepasa anbda SKICTh KUTTS 000X [ITeH, a TaKoXK ix
O0aTeKiB/OMiKyHIB, 3pocna. Ilpodine Oe3meku Tamirmonepasa aidbda IpU
3aCTOCYBaHHI JUIsl JIIKYBaHHSI JIITEH Y3TOJKYBaBCs 3 MOMNEPEIHIMU JAHUMHU IOI0
3acrocyBanHd EJIEJIICO y KIiHIYHUX JOCHIKEHHSX 3a Y4YacTIO JIOPOCIUX
naiieHTiB. B paMkax 1[bOro JOCHIIKEHHS HE OYyJI0 BUSABJICHO HOBHX B1JOMOCTEH
11010 Oe3neKu mpenapara.

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) 253260

daza 3, GaratoleHTpPOBE, BBIAKPUTE, 9-MiCSIUHE TOCIIIKEHHS OIIHKA OE3MEeKH Ta
e()eKTUBHOCTBI NIEPEXOAY Ha TaJbITIIIONEpa3y aidbda y JOPOCIMX Ta MEeAlaTpUUHUX
xBopux 3 XI', sIKI OTpUMYBaJIM BIMBITJIIOLEPA3y NPUHANMHI B OCTaHHI 2 POKH.

11 ueHTpiB NpoBeNEeHHA AOCTIIKeHHS B 9 Kpainax (ABctpanisa, Kanaga, Himeuuuna,
I3painb, Cep0is, Icnanis, BenukoOpuraniss, CIIHA ta Cinramyp) 3 3aiydeHHsIM 26
nopocnux ta 5 gited. Jlutsya momymsiis: 4 MaIl€EHTH HaJeXajdud J0 €BPOIEOiTHOT
pacu, 1€ OJIMH IOXOJWB 3 a31aTChKO-TUXOOKEAHCHKOTO periony. CepemHiil Bik
y4acHHMKIB CcTaHOBUB 13 pik (miamazon Bim 6 g0 16 pokiB). CriBBIJHOIICHHS
YYaCHHUKIB YOJIOBIYOT Ta ’KIHOYOI cTaTi CKiaaano 3:2, 1 3 maiieHTH MaJld HeEBPEHChKe
noxoxkeHHs. CepenHs Ao3a Taiirmonepasza anbda ckiaagana 42,0 oa/kr (maiama3zoH
26-60 on/kr).

[louaTtkoBa B/B m03a Tajiraouepasd anbda, sSKy BBOJWIM TMalli€HTaMm, Oyna
eKBIBAJICHTHA J031 IMITJIIOIEpa3u, SKy OTpuMmyBaB Iied marieHnt. Ilomambiine
30UIBIICHHS 103U TaJirirolepasa aibda 10 MakCuMymy y 60 oJI/Kr J03BOJISIIOCH B
CUTyaIllsIX, KOJM y TMalli€eHTa Majo Miclle MOTripiieHHs1 mnepediry xBopoou [ore
BIJIMOBITHO /10 BU3HAYECHHX Y TPOTOKOII KpHUTEpiiB. BHYTpINIHbOBEHHI BBEICHHS
JOCIIKYBAaHOTO TIpernapary MPOBOJWIMCH, OJWUH pa3 Ha JBa TIKHI TPOTATOM 9
MicsIiB. Y SKOCTI KOHTPOJBHUX MJAaHWX JUIA I[bOTO JOCIHIDKEHHS BHUCTYTAE
MOTEPEIHI KJIIHIYHUI CTaH TMAaIli€HTa Mg Yac JIKYBaHHS IMITJIIOIEPa3oro.
Hanpukinii nepioay JiKyBaHHsS TPUBAIICTIO 9 MICSIIB MalllEHTaM, SK1 BiAMOBIAAIH
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nociipkeHHl. Hanpukidi 9 micsus JTiKyBaHHS TaJirIiolepa3or adbda cTaH BCiX 5
JITeW 3ajuInaBcs KIIHIYHO CTaOUIbHUM, pIBHI T'eMOIVIOOIHY Ta TpPOMOOITUTIB
HAMPUKIHII JAOCTIKEHHS HE BUXOJIWIM 32 MEXI Jiama30HiB OUIKYBaHUX 3HAYCHb.
CepenHiii 00’eM cene31HKH B BUXITHOTO PiBHS 10 9 wmicsis 3MeHIuBcs (K y %,
TakK 1 y 4yucioBUX 3Ha4YeHHsX). CepenHiil 00’€M MEYiHKU BiJ BUXITHOTO PiBHS 10 9
Micsaus 30uTemuBcs Ha 2,4 %, ane Mpu BUPaKEHHI y YHMCIOBUX 3HAUYEHHSAX 00’€M
nevinku 3meHmmmBcs Ha 4,0 %. 1llo cTtocyeTbes qaHUX PO aKTUBHICTH O10MapKepiB,
TO MiCisA 9 MICAIIB JIIKYBaHHS TaNITIIoOIEpa3a ajabda y 0JHOTO MalllEHTa MaJlo MicCIie
3HMKeHHS Ha >40%, a y IBOX 1HIIMX — 3HIKEHHS Ha >20% BiJ BUXITHOTO PIBHS 3a
MOKa3HUKOM aKTUBHOCTI  XITOTPHMO3MJA3W, BOJHOYAC y 1€ 2 TAaIlI€HTIB
croctepiraiocb >100% 301nblIeHHST aKTUBHOCTI 1boro (depmenta. CepenHe
MIJIBUIICHHS aKTUBHOCTI XITOTPUO3UIA3H Bl BUXITHOTO PIBHS CIIOCTEPIragoch Mif
4ac KOXKHOI MPOMIDKHOI OLIHKHU, SIKI MPOBOJAUINCH KOH1 3 micami. [licns 9 micsis
JIKyBaHHS Tajirmonepasa anb®a y TpbOX TMAII€HTIB CIOCTEPIradl 3HIKCHHS
aktuBHOCTI CCLI18 Bijg BUXIIHOTO PIiBHS, Y OJHOTO 3 IMX TMAIlIEHTIB 3HUKEHHS
akTUBHOCTI csrano >40%. Y 1BOX MaIi€HTIB, Y SKUX CIOCTEpIraJ 301IbIIESHHS
aKTUBHOCTI X1TOTpuo3unazu >100%, Takox croctepiraiu i 30UIbIICHHS! aKTUBHOCTI
CCL18 nHa >100% Bim BHXIIHOTO PIBHS. 3pPOCTaHHSA ITOKA3HUKIB AKTHUBHOCTI
OlomMapkepiB y IIMX JBOX TMAIllEHTIB HE BIUIMBAJO Ha MMapaMeTpu KIIHIYHOTO
MOTIPIICHHST Mepediry 3axBoproBaHHA. Y 4 3 5 MallieHTIB BUHUKIO 9 HeOaxaHUX
SIBUIIT, BCI 111 sIBUIIIA OYyJIM JIETKOi a00 TOMIpHOT IHTEHCHUBHOCTI Ta HE OYyJIM OB’ sI3aHi 3
JOCIIKYBaHUM JIIKYBaHHSIM. BIJbII TOTO, KOJHE 3 MX HeOakaHUX SIBUI HE OYJI0
CEepHO3HMM, 1 KOJEH Yy4YacHHMK He OyB BHUBEJACHUH 3 JOCIIJDKEHHS BHACIIIOK
HeOaxxaHux siBUI. Bucunogxu. CTaH BCIX 5 MAIl€HTIB JUTAYOTO BIKY 32 OCHOBHUMH
rapaMeTpaMy 3aXBOPIOBAHHS 3aIUIIABCS KIIIHIYHO CTA0IbHUM TICIs IEPEBEICHHS 3
IMITJTIOLEpa3yd Ta OTPUMAaHHS Kypcy JIKYBaHHS Tajiriolnepasa anb(pa mpotsrom 9
MicsLiB. 30kpema, micias 9 MICSIIB JIIKYBaHHS TaJirionepasa ajabda o0’eMu OpraHis
Ta TapaMeTpyd KPOBI 3aJMIIAINCH CTAOUTBbHUMH. Y IHMX NaIll€HTIB-TITeH IiCIs
MepeBE/ICHHS 3 IMITJIIONEepa3u Ha Tajiriaonepas3a aibha He OyJo BHUSBICHO O3HAK
3pOCTaHHS PU3UKIB 3 TOUYKH 30py OC3IMEKH.

3. besnexa ma egexmusnicmv ELELYSO® (taliglucerase anvgha) onsa in'exyiti y
nediampuynux xeopux 3 muny 1 I'owe 6 0o820cmpoxosutl pe3yibmam 00CHIONHCEeHHS,
npeocmasnenoco na 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
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Ile nmocaimkeHHs, WO TpuBae, OyJlIO CTBOPEHE TAaKUM YHUHOM, 1100 MPOBECTH

po3IIMpeny oIiHKy Oe3neku Ta epexkruBHOCTI 3acTocyBaHHs EJIEJIICO y martieHTiB
JTUTSYOTO BIKY, SIKI OTPUMAaJIM TIOBHUM KypC JIIKYBaHHS B paMKax jaociimkenb PB-06-
002 abo PB-06-005. IMamienTn B pamMkKax MOTOYHOTO JOCTIIKEHHS MPOJOBXKYIOThH
orpumyBartu B/B iH(y31i EJIEJIICO onuu pa3 Ha ABa THKHI B TUX CaMUX J103aX, 10 U
y BUXITHOMY JnocmipkeHHi. Jlo muraHy pochipkeHHS y ¢opmi JoAaTKy Oyiio
BIIPOBA/KEHO 3a0ip 3pa3kiB AN OLIHKH (DapMaKOKIHETHKU. Pe3ynpTaTH OIHKU
dbapMaKkoKIHETUKHA TIperapara y TMaIl€eHTIB, SAKI OTPUMYBAJIM JIOBITOCTPOKOBE
nikyBanHs EJIEJIICO (mpotsirom mioHaiiMeniie 10 wicsiiB), HaBeAeHI HIDK4YE. Y
PO3IIKMPEHe TOCTIHKEHHS OyI0 BKIFOYEHO 15 MarieHTiB AUTSIYOr0 BIKY, 3pa3Ku KPOBI
st anamizy @K 6ynu otpumani y 11 3 15 yyacHukiB. ¥V 4 mamieHTIiB 3pa3ku KpOB1 HE
Opayii, OCKIJIBKM JOJATOK JO MPOTOKOJY HI0A0 3a00py 3paskiB mis aHamnizy OK He
OyB yxBaneHuil Komici€ero 3 KOHTpoOJIIO 3a 00irom Jikapchkux 3aco6iB IliBaeHHO-
Adpukancekoi PecniyOniku (3 matieHTn), y me ogqHomy Bunaaky (Cinramyp) 6aTbKu
Harie€HTa BIIMOBWIMCH MIIMUCYBATU 1HPOPMOBAHY 3roAy. 3pa3ku OTPUMYBAIH Yepes
0 (mo mouatky 1H(}y3ii), 45, 70, 110, 125, 135, 150, 175, 200 ta 225 XBUIUH MiCIIA
nouatky 1HQy3ii. KoHleHTpaIllito tajiriomnepasu anbda y rmia3mi KpoBl BUZHAYAIH 32
JIOTIOMOT'OI0 3aTBEP/IPKEHOT0 METO/y eJIeKTpoxeMuttoMiHecieHTHoro aHamizy (EXJI).
Hani mono 1 namienta Oynu BWiIydeHl 3 aHamizy (apMaKkOKIHETHKH, OCKIIbKU
Mali€HTy BUMOBHWIOCH 18 pokiB 10 AHS 3a00py 3paskiB st PK-anamizis. Bik 10
MalI€HTIB, 1aHl SkuX Oyno BkiItoueHo y aHami3z ®K, konusascesa Bix 4 1o 17 pokis,
CITIBBIJTHOIIICHHS XJIOITYMKIB J0 AIBUATOK CKJanano 7:3. TpuBamicTh 6araToOKpaTHOIO
no3yBaHHsl KonuBaiachk Bif 10 mo 27 wmicsauiB. Illicte 3 10 marieHTiB OTpUMyBaiv
npubnusHo 30 ox/kr (mianazon Bix 20 10 35 ox/kr), iHIN 4 OTpUMYBaJIX TPUOIU3HO
60 on/kr (mianazoH Big 48 mo 60 oa/kr). Y BCiX 3pa3kax, OTPUMAHUX O BUKOHAHHS
1H(Dy31i, KOHLIEHTpalli Oy HUKYUMH 332 MEXY KUIbKICHOTO BU3HAUEHHS. Y KOXKEH
MOMEHT 4acy OTPHUMAaHHs 3pa3Ka Miciisi BUKOHAHHS 1H(Y3il cepedaHl KOHILIEHTpauli
Tajironepasu anbda y rpymi go3dyBanHs 60 oa/kr Oynu BUIIMMU, HDK Y rpymi 30
on/kr. Cepenni Ta memiandi 3HadeHHS Cmax, AUCO-tta AUCO-co nmns rpymnu
no3yBaHHsI 60 OJ/KT TakoX Oynu BUIUMU, HIXK 11 TpynH 30 op/kr. 31 3pocTaHHSAM
no3u Cmax 3poctaB y 1,9 pasis: Big 1084 no 2044 ar/mi; cepenne 3nauenus AUCO-t
30UTBIUIOCH Y 2,2pa3u, Bia 1336 no 2947 ureron/mi, a cepenne 3HaueHHss AUC(-oo
30ubIIMIIOCh Y 2,2 paszu, Big 1349 nmo 2962 urerog/min. Pesynbratu st Cmax,
AUCO-t ta AUCO-00 micis HopMatizailii 3a 103010, BUPAKEHOI Y OJI/KT a00 MI/KT,
BKa3yIOTh Ha JIIHIAHY 3aJIe)KHICTh IIUX MOKa3HUKIB BiJ J03u. CepeaHi Ta Me/laHHI
sHaueHHs a1 Tmax, Ke ta T% Oynu omHakoBUMH Uisi 000X TPYI JO3yBaHHS.
Menianne TY2 nopisatoBasio 31,9 xBuimHaMm (ianaszon Bix 12,9 no 56,8 xBunuH) npu
no3i 30 ox/kr Ta 32,5 xBwimH (maiana3oH Big 18,0 mo 42,9 xBunwH) npu 1031 60 oa/Kr.
[Ticas HopMmami3alii 3a Baro MOKa3HUKH KJIIPEHCY Ta 00’eMy pPO3MOIUTY Ui TPYII
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nozyBanHss 30 Ta 60 oa/kr Oyau TOAIOHMMH, IO BKazye Ha JIHIMHUN

xapakTep (papMakoKIHETUKH Mperapara.

JIIKYBaHHS rOCTPOro KICTKOBOTO KPU3Y

KicTkoBi KpHu3u MOXYTh CHPUYUHATH CHJIBHUH OU1b, SKUI TpUBAa€E MPOTATOM
JEKIJIBKOX THXKHIB Ta YacTO € CTIMKUM 10 il IHTEHCHBHOI Tepamii HapKOTHYHUMU
npenaparami. J[iarHo3 BCTaHOBIMIOETHCSI HAa 0CHOBI mannx MPT [16] abo ckaHyBaHHS
KICTOK 3 TexHelieM [41]. 3acTocyBaHHSI BUCOKHMX /103 TIEPOPATBHOTO TIPEIHI30JI0HY |
I/M? NPOTATOM [BOX [HIB 3 NOJAIBIIMM IIPU3HAYEHHAM MEHIIUX J03 IIOTO
npernapary J03BOJIsi€ TOJETUUTH OUTb IPOTArOM JEKIIbKOX rojuH [14]; Taka Tepamnis
HE Ma€ JOBIOCTPOKOBUX MOOIYHMX edekTiB [16]. Hecrepoinni mnpoTuzanaibHi
npenapatd MOKHa MpU3HAYaTH AJiA JIIKyBaHHS HecneuudiyHoro Oomro. Ilix uac
TOCTPOr0 KPU3y PEHTIEHOIPaMU 3a3BUYail € HEIH()OPMATUBHUMH, aJIe Yepe3 ACKUIbKa
THUKHIB Ha HUX MOXYTh CIIOCTEpIraTUCs NepiocTaibHl peakuii [ 14].

Komenmap pooouoi epynu: B 36'a3xy 3 6iocymHicmio pecypcié CKamy8aHHs KiCMoK 3
mexHeyiem 8 Ykpaini He 30illCHIOEMbCAL.

JIIKyBaHHS ODAIIEHTIB 3 HEUPOIMATUYHOK (hOPMOIO 3aXBOPIOBAHHS

BiacyTtHi gokasu Toro, mo ¢epMeHTHa 3aMiCHA Teparis, HaBiTh Y BHUCOKHX J103aX,
3/1aTHa TONEpPEaUTH a00 CIMOBUILHUTU MPOTrPECYBaHHSA MATOJIOTI cepej MALI€HTIB 3
xBopoOoro Tome Ttumy II wm III [7,57]. Ilpu tum II He pekomMeHIyeThCS
npu3HaYeHHs1 (PepMEHTHOI 3aMICHOI Teparii. B Takux BUIaakax BeIEHHS XBOPOOHU
MOJISITA€ Y 3aCTOCYBAaHHI MIATPUMYIOUOTO JiKyBaHHS [66]. Y martieHTiB 3 Turom Il
XBOpoOM ['omie yacTkoBa cruieHEeKTOMIsl (XipyprigyHa abo HuxoM TpoMOoemOomii)
MOXKE TIOJICTIIUTH JesdKi cumnroMu [55]. Hnsa miteir 3 tumom Il 3axBoproBaHHS 3
METOI0 KOpPEKIIi THKKUX BICHEPATbHUX TMPOSBIB PEKOMEHIOBAHO TMPU3HAYEHHS
dbepMeHTHOI 3aMicHOT Tepartii y MiHIMalIbHIN 1031 60 On/Kr mpoTsarom 2 THXHIB [66].
depMeHTHa 3amicHa Tepartis s maiieHTiB 3 TunoM III xBopoOu ['omie 3aTBepKeHa
HE y BCiX KpaiHax cBity. B €Bponelicbkkomy Coro3i 1 Kanaai imirironepasa nokaszaHna
710 3aCTOCYBaHHS XBOPUM 3 MIATBEPKEHUM aiarHo3oM xBopobu ['omie tumy III, ski
MalTh KIIHIYHO CYTTE€BY aHEMil0, TpPOMOOLMTOIEHII0, TMAaTOJIOTII0 KICTOK,
renaToMerajilo 4d CIUIeHOMeraniro. B 6aratbox 1HIMX KpaiHax IMITTIoNepa3a He
nokasaHa Jis crienugiyHoro gikyBanHs tuny I xBopo6u ['ome. Ha nanuit Moment
BeJITIIIONIepa3a-aibda J103BOJICHA A0 BUKOPUCTAHHS TUIBKK Y MAIll€HTIB 3 TUIOM I
xBopoou [o1e.

The Belgian Working Group on Gaucher Disease. Guidelines for diagnosis,
treatment and monitoring of Gaucher's disease. June 2004
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Taoauus 3: Jopoci i3 xBopo0oro I'ome Tuny I: pexomengamii momxo
JiKyBaHHSI B pamMKax (pepMeHTHOI 3amicHoi Tepamii (P3T)

TsiKKHi CTYNiHB

MoskJIuBe
KOPHUT'YBAHHS 103U
e [loctynose
maBuieHHs no3u 30
On/Kr KOXHI1 2 THXKHI
BHYTPIITHbOBEHHO.
Kpamie 1 pa3 na 2
THKHI

YmMoBu

e  BincyTHicTh noKpaiieHpb yepe3 6 MiCsIIiB micis
nposeneHHs ®3T (koxkHI 2 THKHI BHYTPIIIHEOBEHHO)
JUTSl HEKICTKOBHUX 3aXBOPIOBaHb

e  BijJCYTHICTh 3HAYHHUX MMOKPAIIECHb BiJICOTKOBOTO
BMICTY JKUPY y KICTKOBOMY MO3KYy (o1inka QCSI -
KUTBbKICHA Bi3yaltizarlisi XIMIYHUX 3CYyBiB) uepe3 12
MicsiiB micis npoBeneHHs O3T. YV marieHTiB, y SKAX
MOYaTKOBUH BiZICOTKOBUN BMICT )KHPY CTAHOBHUTH
MerIie 23 %, 11el MoKa3HUK Mac MIABUIIUTHCh TAKUM
YUHOM, 100 MPUHANMHI IEPEBUIIUTH 3a3HAYCHUN
piBeHb. SIKIIO MOYaTKOBE 3HAYCHHS BXKE € BUILIUM BIJl
23 %, MeHIIIe TIBUIICHHS a00 cTablm3aliisi MOXYTh
BBA)KATHUCH JIOCTATHIMHU.

e  BinaCyTHICTh 3HMKEHHS XITOTPHUO3UA3U 200
3HIMKEHHS 11 MeHIe 15 % depe3 12 micsauiB micis
npoBeieHHd O3T.

e [loctynoge
3HIDKEHHS 103U
30 On/kr koxHI 2
THKHI
BHYTPIIIHbOBEHHO

e  Uepes 61 12 Mics1iB Nics OLIIHIOBAHHS Y
MAlll€HTIB, 10 HE MAIOTh TSHKKUX KICTKOBUX
3aXBOPIOBAHb, 13 TOMITHUM MOKPAIIEHHIM
reMaToJIOTIYHUX MapaMeTpiB 1 renaToCIIEHOMeraii
(KT a6o MPT)

e  V BUNAJKaX TSHKKUX KICTKOBHX 3aXBOPIOBAHb
gyepes3 5 poKiB 1 Mi3HIIIe, SKIIO i1 Yac J1arHOCTUYHOTO
CKaHYBaHHS BUKJIFOUIIH Oy/Ib-5K1 OB
YCKJIaJIHEHHST a00 OyJI0 BUSIBJICHO HasIBHICTh 3HAYHUX
YPaKEHb KiCTKOBOI TKAaHWHH

Bicdochonaru
bichocdonatu
BHYTPIIIIHHOBEHHO MPH
TSOKKUX YPOKESHHSX
KICTKOBO1 TKAHWHU

o  JlomaBanus 6icochoHaATIB BHYTPIIITHHOBEHHO

PEKOMEHY€ThCS MICIIS MEPIIOro POKY MPOBEICHHS
@3T.

IlomipHuii cTynmiHb

Benenns: 30 On/kr
KOJKH1 2 THXHI
BHYTPIIIHOBEHHO

Mo:xkJauBe
KOPHUI'YBAHHS 1031
e [locrynose
miaBueHas go3u 30
On/Kr KOHI 2 THXHI
BHYTPIITHbOBEHHO

YmoBHu

e  BincyTHICTh MOKpaIleHb Yepe3 6 MiCSIIiB MiCs
nposeaenns ®3T (koxkHi 2 THKHI BHYTPIIIHEOBEHHO)
JUTSl HEKICTKOBUX 3aXBOPIOBAHb

e  BincyTHicTh 3HAUHUX MOKpPAILEHb BIICOTKOBOTO
BMICTY JKHPY Y KICTKOBOMY MO3KYy (o1riHka QCSI) yepes
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12 micsi micis npoeaenus O3T. YV naiieHTiB, y
SKUXTIOYATKOBHH BiJICOTKOBHI BMICT KHPY CTAHOBUTH
meHite 23 %, 11eil HOKa3HUK Ma€ MABANIATACH TAKUM
YUHOM, III00 TPUHANMHI TIEPEBUIITUTH 3a3HAYCHHM
piBeHb. SIKIO MOYaTKOBE 3HAYCHHS BXKE € BUIIUM BiJl
23 %, MeHIIIE TABUIIICHHS 200 cTAa0LII3aIlisT MOXKYTh
BBAXKaTUCH JOCTATHIMHU.

e [loctynoge e UYepes 12 MicsI1iB y HaIIEHTIB 0€3 THKKUX
3HIDKEHHS 1031 15 KiCTKOBHX 3aXBOPIOBAHb 13 IIOMITHUM TIOKPAIICHHIM
On/kr KOXkH1 2 TUXKHI reMaToJIOTIYHUX MapaMeTpiB 1 reMaTOoCIUIEHOMeTail
BHYTPIIIHBOBEHHO e  Uepes 5 pokiB y MaIli€HTIB 13 MOMIPHUMHU

3aXBOPIOBAHHIMH KiCTOK

Jlerkuii cTynminb
@®3T He MPOBOAUTHCS, A€ PETEIbHUN MOHITOPUHT € KIIFOUOBHM.

* @3T € cranAapTHUM METOJOM JIIKYBaHHS MAIlI€HTIB, K1 MOTPEOYIOTH JIiIKyBaHHS XBopoOu [ oie
tuny 1 i III. IaribyBanus cyOcrpary npu3HaueHe Ui JIKyBaHHS MAIi€eHTIB i3 xBopoOoto ['omre
JIETKOTO 1 MOMIPHOTO CTYINEHIO TSDKKOCTI, ajié MOXKE BHKOPHCTOBYBATHCH TIJIBKH ISl JIIKYBaHHS
JIOPOCJIMX naitieHTiB, JUIs SKHX He miaxoauts O3T.

Taomuusa 4: ditu (1o 18 pokiB) i3 xBopo0ow I'ome: pexoMengamii om0
JIKYBaHHS

Heneiiponatuuni popmu y mireit TI K, IO I AJIsI ZOPOCJIHNX, i3
HACTYNIHUMH 3MIHAMMU:

THKKHH CTYIiHB

60 Op/kr KoXH1 2 THXKHI JIns KOpUTryBaHHs 3arajJbHOTO TSKKOTO
BHYTPIIIHBOBEHHO YNOBUIbHEHHS TEMIIB 3pOCTaHHS
IlomipHuii cTynmiHb

30 On/kr KOXH1 2 THXKHI Jlerke yrnoBUIbHEHHS TEMITIB 3pOCTaHHS
BHYTPINIHbOBEHHO

I'ocTpi HeliponaTu4Hi popmu

IcHye y3romxeHna nymMKa mo10 ®3T € 0e3ycHilIHUM METOJIOM
BIJICYTHOCTI JIIKYBaHHSI III€1 IPYIIH, 3a JIKyBaHHSI HEBPOJIOTTYHOL

BUHSTKOM, IATPUMYIOUYOTO JIIKYBaHHS. | HEIOCTATHOCTI, KA TPAIUIIETHCS MIPH
rocTpiit HelponatuyHii Gopmi XBopoOu
lNomre. ¥ nux Bumagkax, 4aCTKOBO — y
pasi TSHKKOro OynbO0ApHOTO ypaXKEHHS,
O3T Moxke po3TISIAATUCH TUTBKH SIK
METO/] TIOJIETLICHHSI BiCIIEpaTbHUX

CUMIITOMIB.
XpoHivHi HellponaTu4Hi popmu
OnHe 13 HACTYTHUX: ®3T € eekTUBHUM 1 OE3MIEUHUM
- 120 Op/Kr KOXHI 2 THXKHI METO/IOM JIIKyBaHHSI HE HEBPOJIOTTYHUX
BHYTPIIIHBOBEHHO Y SIKOCTI CUMIITOMIB Y XpOHI4HIM HeMponaTu4yHii
JIOBFOCTPOKOBOT TpHUBAJIO1 Teparii dbopmi. Bruiue ®3T Ha HEBpoJIOTTYHI
- TpancmanTaris CUMIITOMH € HEBU3HAYEHUM.

CTOBOYpPOBHX KIIITHH 13
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npoBeieHHaM/0e3 npoBeeHHss 3T ‘ ‘

4. MOHITOPHUHI' ITPOI'PECYBAHHA 3AXBOPIOBAHHA TA
E®PEKTUBHOCTI JIKYBAHHSA

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

B Jlomatky 2 mpencTtaBiieHI PEKOMEHJOBaHI IMOYATKOBI Ta KOHTPOJIbHI METOIU
JOCJTIDKCHHS TIAIlIEHTIB, III0 OTPUMYIOTh Ta HE OTPUMYIOTh JIIKyBaHHs. TepaneBTHYHI
it nepeniyeri B Jlomarky 3. Ciij 3BepHYTH yBary, IO SIKICTh KHUTTS Ba)KJIMBa HE
TUIBKH JJIS CAMOT0 TTaIlIEHTa, a ¥ A1 HOoro 0aThKiB/BUXOBATEIIIB.

MOHiTODHHF I[iTGfI, 10 MAarOTh CUMIITOMH 3aXBOPIOBAHH

Ha MOMEHT MOoCTaHOBKM J11arHO3y Ta B MOJANBIIOMY KOXHI 6 MICAIIB HEOOX1THO
BUKOHYBAaTH MEIUYHUN OTJISAJ Ta JOCHI/DKEHHS TeMaTOJIOTIYHUX TIOKA3HUKIB
xBoporo. [licnst JocSTHeHHs TepaneBTUYHUX IUIeH KIJTbKICTh Ta YaCTOTY IIPOBEICHHS
71a00paTOPHUX TECTIB MOXKHA 3MEHIITUTH, ajie¢ MEANYHUHN OTJISI 1 BUBYCHHS aHAMHE3Y
CJIIJI TPOJIOBKYBATH BUKOHYBATH pa3 Ha MIBPOKY.

JlocKEHHST BHYTPIIIHIX OPraHiB

VY nite#t 3 mposiBaMU CHMIITOMIB 3aXBOPIOBAaHHS KOXKHI 12-24 MicsIIiB, 3aJ€KHO BiJI
TSDKKOCTI OopraHomMeraiii, cimija BuUKoHyBaTH 00°’emHe MPT. Ilicma mocsarHeHHS
HOpMaJIbHUX/CTa01IbHUX po3MipiB opraniB MPT mosxna npoBogutH piamie. O0’eMHi
MOKAa3HUKUA TMPEACTaBISAIOTh Y BUIVIANI MHOXHMHU HOPMaJIbHUX  PO3MIpIB,
pO3paxoBaHUX Ui JIJaHOI Macu Tuia. Y JITed MOJIOAIIOro BiKy mpoBeneHHs MPT
3a3BUuYail MOTpeOye BUKOHAHHS IMepopadbHOi ab0 BHYTPIIIHHOBEHHOI ceallii.
BpaxoByroun 103y omnpomiHeHHs, Komm toTepHy Tomorpadiro (KT) Oinbmie He
3aCTOCOBYIOTh Ui PYTHUHHOTO MOHITOPUHTY CTaHy 340poB’s xBopux. Yepes
HEJOCTaTHIO 4yTIuBicTh Y3J] Takok He pPEKOMEHAYETbCS 1O BHUKOPUCTAHHS;
BUKJIIOUCHHSI CTaHOBUTH HeAocTynHicTh Metoxy MPT. Jani V3]l He ciia
BpaxOBYBAaTH IiJi 4Yac MNPUUHATTSA pillleHb N[00 3MIHM JO3YBaHHS Mpernaparty,
OCKIJIbKM HaBITh JIOCBIIYEHUHN JIIKAp-PEHTICHOJIOT MOXE JIUIIEe MPUOIU3HO OLIIHUTH
po3Mipu oprany [9,21]. Pyuyne BuMipiOBaHHS B CaHTUMETpax BIACTaHI HUKYE
pebepHOi Jyru TaKOXK HE J1a€ TOYHUX Pe3yIbTaTiB.

O111HKA KICTOK CKEJIETY

[Tatosorist KICTOK MOKE CIIPUYMHUTH BUPAXKEH1 KIIIHIYHI MPOSIBU 3aXBOPIOBAHHS Ta
IMPU3BECTH JIO JIOBFOCTPOKOBOI 1HBAJIIAHOCTI XBoporo [26]. CTymiHb KiCTKOBOI
MaTOJIOTI] HE 3aBXIHU KOPETIO€ 31 301TIbIICHHSIM CEeJIC31HKH/TICYIHKA, aHEeMIECI0 YH


https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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TpoMOonHUTONEeHi€r0.  TakuM  YMHOM, OIlIHKA CKeJeTy € OOOB’SI3KOBOIO JIJIs

BUKOHAHHS HE3aJIKHO BIJl 3aJIy4€HHS B NATOJIOTIYHHUNA MPOLEC IHIIUX CUCTEM
opranizmy. Jlitu Tta mimniTkd BikoM 10-20 pokiB, siki HE OTPUMYIOTH JIIKYBaHHS,
MarOTh OUTBINI TSDKKE 3aXBOPIOBAHHS KICTOK [38] Ta MeEHIIy HIUTBHICTH KICTKOBOI
TKAHWUHA Yy TIOPIBHSHHI 3 JITBMH MOJOAMIOrO BiKy [59], mo BigoOpaxae
MIPOTPECYIOUHNI XapakTep HEKOBAaHOI XBOPOOW B JUTHUHCTBI. X0Y 1 HE y BCIX JITEH
CIIOCTEPIra€ThCsl OCTEOHEKPO3, OCTEOMeHisl Ta/abo KICTKOBI KpW3H, Ii TMPOSBU
XBOPOOU MOXKYTh MaTH CEPHO3HI JOBIOCTPOKOBI HACIIKH, HAMPUKIIAI, KOMIIPECIS
Cyrio0iB, MepeaoMu 1 XpoHiuHUM O1b. CIJIEHEKTOMIsl, Ky IIUPOKO 3aCTOCOBYBAIIU
70 TosiBU (pepMEHTHOI 3aMiCHOI Teparii, Ma€ MoOIYHUM €(EeKT — MOTIPIICHHS CTaHy
KICTKOBO1 MAToJIOTil 4epe3 3pOCTaHHsS HAKONMUYEHHS MakpogariB, XEMOKIHIB Ta
LUTOKIHIB [2].

OriHKa Ta MOHITOPUHT BIUIMBY CKEJIETHOI MATOJIOTI MalTh OyTH KOMIUJIEKCHUMH,
JIiKap MOBUHEH PETYJISIPHO BIICTEXKYBAaTH MOKJIMBI KICTKOBI KPU3H 1 KICTKOBHUI OLIb.
[lix yac MeIWYHOro OrJsiAy OLIHIOTH 3pICT JUTHUHU, Alana3oH pyXy CYrioOiB,
CKOJIO3 Ta KICTKOBI Jedopmariii. MiHepalbHy IIUIBHICTh KICTKOBOI TKaHWHU
HaWKpalie BHUMIPIOBAaTH 3a JIOIOMOIOK  JBOXEHEPreTUYHOI  PEHTreHIBCHKOI
abcopomiometpii (JIEPA) Bchoro Tina, momepekoBOro BiaauTy xpeOta Ta/abo
KYJIBIIOBUX CYTJIOO1B [69]. V miTeil MiHepaibHa HIUIBHICTH KICTKOBOT TKAHMHU Mae
OyTu BUpakeHa y Z-TIOKa3HMKax 3T1IHO BIKY Ta CTaTl Malli€eHTa, 10 ToTpedye
HasIBHOCTI BIIMOBIJHOTO TPOTPAMHOTO 3a0€3MeUYeHHS JIJIsl aHaJI3y JaHUX.

3araqoM pEHTTEHIBChKI TMPOMEHI HE JOCTaTHbO UYTJIWBI JJIS TPOBEICHHS
MOHITOPUHTY MPOTPECYBaHHS XBOPOOH, 3MiHU BIJOOPaKAOTHCS 3aHAATO Mi3HO. [Ipu
pPEryJsipHOMY 3aCTOCYBaHHI TMalllEHT OTPUMY€E HAAMIPHY [03y 1OHI3yIOYOro
BUIIPOMIHIOBaHHS.

MPT e HaifO1J1b11I NOMIUPEHUM Ta MPUUHSATHUM METOAOM ISl BIACTE)KEHHS MaTOJIOT11
KICTKOBO1 TKaHWHU Ta KICTKOBOIO MO3KYy Y Mall€eHTIB 3 XBopoOoro ['omie. YV myxe
MaJIeHbKUX MITeH IOCHIIPKEHHS MOXHA MpOBOIUTH TMiJ cepariero. MPT xpebta 1
CTETHOBOi KICTKM («30JIOTHM CTaHAapT») Hadae I1HPOpPMAII0 TPO AaHOMAJIbHE
peMoIeNtoBaHHs, 1HMUIBTPAII0 KICTKOBOTO MO3KY, OCTEOHEKPO3 Ta OCTEOCKIIEPO3.
[Ilo6 imenTudikyBaT BiIXWICHHS BiJ HOpMH, iHTeprnpertaimiss MPT mutsdoro Biky
noTpeOye 3HaHb MPO MEPETBOPEHHS T€MOMOSTUYHOTO (YEPBOHOT0) KICTKOBOT'O MO3KY
y CTETHOBIA KICTII Ha >XUpoBUM (koBTUM) [52,67]. InduipTpamito KOBTOro
KICTKOBOI'O MO3KY KiIiTHHaMH ['oiie MOXHa CHOCTEpiraTv 3a JOMOMOTOI METOIy
Bi3yalizallii KiibKicHOro XiMiuHoro 3cyBy Jlikcona (Dixon-QCSI), cneuianizoBaHoi
texHiku MPT; BTiM, 1 aiTeld HOpPMATHBHI TMOKa3HMKM HE BHU3HAYEHI, a JaHa
METOJMKA HEIOCTYIMHAa B OUIBIIOCTI MEIUYHUX 3aKiajiB. TsDKKICTh MaTOJOTIi
KICTKOBOTO MO3KYy, BCTAaHOBJIEHOI Ha ocHOBI nanux MPT, Bupaxaerbcs 3a
HaITIBKUIBKICHOIO OaNbHOIO cCHCTEMOO [48].
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[IBuakicTh pOCTYy XBOpHX (3pICT Ta Bara), sIKi OTPUMYIOTH JIIKYBaHHS, CJIiJ

OIIHIOBATU KOXKH1 6 MICAIIB. Y TakuX MAaIll€eHTIB BUKOHYIOTh modatkoBe MPT (Ha
MOMEHT MOCTAaHOBKHM J1arHO3Y), MOTIM JOCII)KEHHS TOBTOPIOIOTH KOXHI 12 MiCSIIIB,
a TaKoX KOXKHOTO pa3y MpH 3MiHI no3yBaHHS mnpenapary. JEPA y niteit, 1o
MPOXOJISITh Teparmito, HeoOXiJHO MPOBOIUTH TiJ Yac BHUXITHOTO OOCTEKEHHS 1 Jaimi
KOXxH1 12-24 wmicsmi 10 HopMai3alli MoKa3HUKIB a00 3a HEOOX1JHOCTI KOPUTYBAHHS
no3u; notiM JJEPA BHKOHYIOTH KOXHI TpH POKH (0akaHO B OJHOMY MEIUYHOMY
IICHTP1 3 BUKOPUCTAHHSM OJHOTO amapary).

MOHITOPHHT CTAHY 340POB’S AITE€H 3 AaCHMIITOMHHUM Tiepedirom xsopoou [ orte

Sk 1 y BUOAAKy 3 JITbMH, IO MAOTh CHUMITOMH XBOPOOH, MOHITOPUHI CTaHy
3J10pOB’S aCUMITOMHUX JAITeH, K1 OyJIM BUSABIICHI Y€pPE3 HAABHICTh YPAKEHUX PIIHUX
OpatiB uu cectep, CiJ MPOBOJUTH KOXKHI 6 MicsIiB. OCKUIbKY XBOP1 cHOCH 3a3BUYait
MalOTh  CXOXHH  mepedir  3aXBOPIOBaHHS,  JOJATKOBUM  KOHTPOJIb  CIIiJI
3aMpoBaKyBaTH KEPYIOUUCh BIKOM TAIll€EHTA Ta TSXKKICTIO CUMITOMIB MATOJOTIT Y
cTapiioro cioca (-iB).

VY BelleHH1 XBOpUX JITEH, sIKi OyJid BUSBIIEH] IUISIXOM CKPUHIHTY MEBHOI CHUIBHOTH, €
IEeBHA JWJIEMa, OCOOJIMBO MPH HEBIAOMOMY T€HOTUII a00 TakoMmy, IO MPOTHO3Y€E
OubII JerKui epedir 3axpoproBaHHs. Cepes Takux AiTed cumnToMu XxBopoOu ["ome
MOXYTh TpPOSIBISATHCS B OyAb-sIKOMY Billl a00 aCMMOTOMHHMM CTaH 30epiraerbcs
MPOTSATOM YChOTO JKHTTS. B Takux BUIagKkax peKOMEHJIOBAHO MPOBOJUTH MEIUYHE
0o0CTeKEHHsI LUIOHAMMEHIe OAWH pa3 Ha pik. YacToTa MOHITOPUHTY AITEH, y SKHX
BUSBIJIM XBOPOOY TIiJlT YaC CKPUHIHTY HOBOHAPOKEHUX, 3aJCKHUTHh BiJl TEHOTHILY:
TSDKKUW» TEHOTHUT TOTpeOy€e BIJCTEKEHHS KOXKHI 6 MICSINB; 32 HASBHOCTI OLIbII
cnpusTIMBOoro renotuny, B tomy uucai N370S, omiHky cTaHy ciij BUKOHYBAaTH
IIIOPIYHO.

OwiHKAa BHYTPIIIHIX OPraHiB Ta CKEJIETY

J1J1st MOHITOPUHTY OpraHOMETaii y JiTel 3 aCHMIITOMHUM Tepe0iroM 3aXBOPIOBAHHS
JIOIUTBHO BUKOPHUCTOBYBAaTH MeTon Y3/I, ane TimbKu A0 MOMEHTY, KOJIM BHACHIIOK
KJIIHIYHOTO TOTIPIIEHHS PO3TISAAEThCS HEOOXITHICTh MpU3HAYCHHS (HEPMEHTHOT
3amicHOi Tepamii. MPT kicTok cimig BUKOHYBaTH KOXHI 12-24 wmicsii  (SKIIO
MOXJIMBO), 1HOAI I TMPAKTAYHOI 3PYYHOCTI JOCHIPKCHHS TMPOBOJIUTHCS T
cenariero. Yacrora JIEPA — koxHi 12 micsiiiB, ocobmuBo 3a BijgcyTHocTi MPT.

MOHITOPUHT HEWUPOMATHYHOI hopMu xBopoOu [ omre

Momnitopunr mariedTiB 3 tunom Il xBopoOu ['ome 3anexuts Bix ii miarumy. s
tuny Illa akieHT 3a1HCHIOETHCS Ha 3allyd€HHI B MAaTOre€HE3 HEPBOBOI CUCTEMU; IS
tuny III6 BaxkauBilE CKOHIEHTPYBAaTH YyBary Ha BHYTpIIIHIX OpraHax,
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reMaToJIOTTYHUX Ta CKeNneTHUX yckinaaHeHHsx; tun Illc  motpebye

PETENLHOTO KOHTPOJIIO CTaHy CepIeBO-CYJIMHHOI CHUCTEMH. B IOMOBHEHHS [0
CTaHJIaPTHUX TECTiB, 1[0 BUKOHYIOTHCS Yy TAIIEHTIB 3 HEHEUPOMATUIHOI (HOPMOIO
xBopoOu ['omre, cmig TpoBECTM HACTYIHI JOCHIKEHHS: OOCTEeXeHHS (yHKIIT
HEPBOBOT CHCTEMH, BKIIOUAIOYHM PyXHU OYEH, TOJATKOBI HEHUPO-0(TaIBLMOIOTIYHI
TeCTH,  aHam3  mnepudepiiiHoro  ciyxy,  Tomorpadiro  mMo3ky,  EEI
(emextpoenuedanorpadisi) Ta Heipo-nicuxomeTpito. KopucHuUM I1HCTpyMEHTOM €
3aTBep/keHa Moau(dikoBaHa IIKala TSHKKOCTI 3aXBOPIOBAHHS, IO JIO3BOJISIE
BIICTeXXHUTH KJIIHIYHUN TiepeOir matosorii [19]. Kpim Toro, marientam 3 tumnom 111
xBopoOu ['omie ciig mepioAMYHO BUKOHYBATH pPEHTreHOTpadiro TpyaHOI KIITKH,
exokapaiorpadito, KT anriorpadito cepus abo kaTterepusallilo KOpoHapHOi apTepii 3
METOI0 JOCHIDKEHHS KanblU@ikamii (1 MOXJIMBOILO aTepOCKIEpO3y), a TaKOoXK
0OCTE)XEHHS JIET€Hb 3 METOI0 BUSBJICHHS IHTEPCTUIIIATEHOTO YPaXKEHHSI.

4. AIBTEPHATUBHI METO/IN JIIKYBAHHS

Mirnycrar (3aBecka (Zavesca®, Actelion Pharmaceuticals, IllBefinapis)) —
MepopayIbHUN TIpenapaTr JUisi JOPOCHMX MAaIll€HTIB, 10 3MEHIIyEe BUPOOJICHHS
cyOCTpary TIIOKO3WILEpaMiy Ta 1HIIMX TIiKocinmimiaiB. Mirinycrar moka3zaHui
nopociauM nanieHTaMm 3 [ tumom xBopoOu [omie, 1m0 MarOTh JIErKI YM MOMIpHI
CUMIITOMH 3aXBOPIOBaHHS Ta SKUM HE MOXHa TMpU3HAYaTH (EPMEHTHY 3aMiCHY
Teparniio; mpenapar He 3aTBEpIKEHUN JJi JIKyBaHHS HiTei 3 xBopoOoto ['ome. YV
MOOJIMHOKHUX 3BITaxX Mpo JiKyBaHHs fiTed 3 Tunom I xBopoOu I orie moBiAOMIISIOTH,
IO TMpermapaT MOXKE JOMOMOTTH 3HHM3MTH 4YacToTy HamaaiB cyaom [44]. Cepen
no0iyHKX e(eKTiB BiI3HAYAIOTh NepUQepiiiHy HeliponaTito Ta aiapero [32].

Komenmap poéouoi epynu: Cmanom na 01.08.2015 nixapcoxuti 3acié mienycmam He
3apeecmposanuil 8 YkpaiHi.

AJnbTEepHATUBHUN TIEpOpaIbHUIN Tperapar AJis 3MEHIIeHHs cyOcTpaTy, emiriycrarT-
taptpar (Genzyme®, Sanofi, CIIIA), cneuudiuHo iHriIOye BUPOOJICHHS
[JTFOKO3UJIIIEpaMiTy. Horo JI0 OIIHIOBAJIM B KJIIHIYHMX JOCTIPKEHHSAX 3a Y4acTiO
Jopociux TnamieHTiB 3 xBopoOoto l'ome Tumy [V ¢asi Il BunpoOyBanHs
CIIOCTEpirajgy CTaTUCTUYHO  3HAYYI[l TOKPAIICHHS KJIOYOBHUX  CHMIITOMIB,
BKJIIOYAIOYM PIBEHb T'€MOTJIO00IHY, KIIBKICTh TPOMOOILMTIB, PO3MIPH MEUIHKH 1
CeJIe31HKH, MiHEepaIbHY MIIJIFHICTh KICTKOBOI TKAHWHU TIOTIEPEKOBOTO BIILTY XpeOTa
[45, 46]. [Tnan mocmifpKeHHS AU MAIliEHTIB TUTAYOTO BiKy 3 XBopoOoro I'oire, 1110
Mae Ha MeTi 3a0e3neunTr ePEeKTUBHICTh Ta 0€3MEKy 3aCTOCYBaHHS EIITIIyCTaTy cepes
JAHOT MOMYJISILIT, 3HAXOIUThCA B CTAJI1i PO3POOKH.

Komenmap pooouoi epynu: Cmanom na 01.08.2015 nikapcwvruii 3acio enienycmam-
mapmpam He 3apeccmposanull 8 YKpaini.
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3HayH1 KJIIHIYHI NPOSBU 3aXBOPIOBAHHS Ta  BUCOKMM  PIBEHb  CMEPTHOCTI
00OMEXYIOTh BUKOPHCTAaHHS METOAY TPAHCIUIAHTAIlll T€MOMOSTUYHUX CTOBOYPOBHUX
kiituH (TT'CK) y mamientiB 3 xBopo6oto ['omie I tuny. depMenTHa 3amicHa Tepartis
3QIMIIAETHCS ~ METOJIOM  JIIKYBaHHS  MEpIIOi  JIiHIi,  OCKIIbKM  YUHUTH
BUCOKOC(EKTUBHHMI BIUIMB Ha TE€MAaTOJIOTIYHI, BiCIIepajbHI Ta CKEJETHI IPOSBU
3axBoproBaHHsa. OnHak, B crabimizalii HEBPOJOTIYHHUX AacmlekTiB XxBopoOu ['omre
TI'CK mosxe MaTH TEOPETHUYHY IepeBary HajJ pepMEHTHOIO 3aMiCHOIO Tepaitieto [24].
JlochipkeHHsT TEHHOI Tepamii Ha TBapuUHHUX MOJAENIx XxBopoou [ome €
NEPCIIEKTUBHUMH, ajie Il BUIPOOYBAHHS 1€ 3HAXOAATHCS Ha JOKIIHIYHOMY eTaril

[23, 43].

Komenmap pooouoi epynu: Cnio 3aznauumu, wjo moaxciuse nposedenns TI'CK gio
2ICMOCYMICHUX pOOUHHUX OOHOpie. Ha momenm po3pobku Oanoi adanmosaHoi
KIMIHIYHOI HacmaHosu 8 YKpaini 8i0cymHill 00C8i0 BUKOPUCMAHH MPAHCHIAHMAYI]
2eMONOemuUyHUX Cmoeoyposux Kaimun npu xeopooi I owe.

BucnoBku. XBopoOa ['ome 3a3Buyail nposiBisieTbesd y AUTHHCTBI. 11[00 3amoGirtu
PO3BUTKY CEPHO3HUX, HE3BOPOTHIX YCKJIaJHEHb 3aXBOPIOBAHHSA, JIITH 3 CUMIITOMHHUM
Ta ACUMITOMHUM NepediroM mnoTpedyroTh BUKOHAHHSA PETEIBHOrO 1 PETYISIPHOIO
MOHITOPUHTY CTaHy 3710poB’a. JlITAM 3 HAasBHICTIO CHMITOMIB HEOOX1JHO
Nnpu3HayaTd (EpMEHTHY 3aMICHY Tepamito. Y IUX MNEeperIsIHYTUX PEKOMEHAAIISNX
pO3LIMPUIN Tpymy Jited 3 XxBopoOoro ['omie, sikux ciijg oOCTEeXKyBaTh Uepe3
peryJsipHi 1HTepBaJd dYacy. bynu BKJIIOYEHI JITH 3 HEHWPOMaTHYHOI (HOPMOIO
3aXBOPIOBAHHS Ta 3 IMATOJIOTIEI0, MO0 3HAXOAUTHCSA B JOCUMITOMHOMY mepioai. Ha
OCHOBI MOKPAIIIEHOTO PO3YMIHHSI MPUPOIHOTO Tiepediry xBopobu ['omie B guTsyomy
Billl Ta JAHUX JIOBTOTPUBAJIOTO CIIOCTEPEKECHHS PE3YNIbTATIB 1 HACTIAKIB (PePMEHTHOL
3aMICHOI Teparii po3po0ieH] peKOMEHaIii 010 MPOBEASHHS JOJATKOBOI OIIIHKH
CTaHy KICTOK (BUMIPIOBaHHS MIHEpPAJbHOI NIUIBHOCTI KICTKOBOI TKaHWHM Yepe3
BHCOKY PO3IMOBCIOJKEHICTh HU3bKOI IMIUIBHOCTI KICTOK) 1 pocTy aiTed. Takox Oymnu
3a3Ha4Y€H1 NPUHLMIN KOPUTYBAHHS JO3H Tepallii.

Hoasika. dinancyBanHs 310paHHs, Ha AKOMY OyJIM CTBOpPEHI I pPEKOMEHAAIlii,
3nidcHIOBasIocsT HeoOMexxeHuM TpanTtom Genzyme Corporation. Genzyme Takox
HaJlaja MeIMYHY MUChMOBY MIATPUMKY Bia Fransvan Huizen, nokropa dimocodii, Ta
Lisa Underhill, marictpa mayk MixnapogHoro meauuHoro Bimiiry. Genzyme He
Maja BHU3HAYaJIbHOI poJil Yy po3poOll JaHMX PEKOMEHJAlld Yd MPUUHATTI PIllleHb
II0JI0 TOJAHHS pyKONmHCy MyOJikamii. Ycl MOTasAu Ta 1HCTPYKIII 3 JIKyBaHHS €
BUKJIFOYHO aBTOPCHKUMH.

Kondguikr intepeciB. Paige Kaplan orpumas rpantu Ta ronopapu Bim Genzyme.
Hagit N. Baris orpumae rpantu Ta roHopapu Bimx Genzyme. Linda De Merlier
orpumMaina BuHaropoay Big Genzyme. Maja Di Rocco orpumaB BuHAropomy Bin
Genzyme i Actelion. Amal El Beshlawy otpumas Bunaropony Bix Genzyme. Martina
Huemer orpumana roHopapu crikepy Bix Genzyme. Ana Maria Martins otpumana
OiATPUMKY U BiABiAyBaHHS KOHTPECY 1 TOHOpPAapU B SIKOCTI KOHCYJIBTAHTa BiJl
Genzyme. loana Nascu otpumaia BuHaropoay Bigx Genzyme. M. Rohrbach orpumas
HeoOMeXKeH1 TpaHTH Ta/abo roHopap Bim Actelion, Genzyme Ta Shire. Lynne
Steinbach orpumana Bunaropomy Bigm Genzyme. lan J. Cohen orpumaB rpaHT i
roHOpapu BiJl Genzyme.
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Honatoxk 1

A reappraisal of Gaucher disease — Diagnosis and disease management algorithms.
American Journal of Hematology (2010)

Bumagox 1

11-piyna miBYMHKA CTpakaajia Big OO0 B CruHI 1 Oysia 3MyIlieHa HOCHTH KOPCET
MPOTSATOM JEKUTbKOX TWXKHIB. Hamami He mNpoBOAMIIOCS IKOMHUX MEIUYHUX
obcTexxeHb. Y 26 PoKiB y Hel JiarHoCTyBajau XBOpoOy ['ore (roMO3UroTHa MyTalis
N370S) nuigxom CiIMEHHOTO CKPUHIHTY IICIIA BUSBICHHS I[LOTO 3aXBOPIOBAHHS B ii
cecTpu. Y Malll€HTKH CIIOCTEpirajiacs jerka crieHomeramis, remorno6in 13,0 r/mi,
tpomOoruTu 135000/MKi1. 3amyyeHHs B MATOJIOTIYHMM TPOIEC KICTOK CKEJETy He
po3rsnani. Ha MOMEHT MOCTaHOBKHM JiarHO3Y MaIli€HTKY 3aleBHUIIM, 110 BOHA Ma€
JIETKY aCUMIOTOMAaTH4YHY (opMy XxBopooOu ['omie tumy I, o He noTpedye noaanbuoro
crnocTtepexxeHHs. Yepe3 4HOTUpH POKU 3a(IKCOBAHUI TOCTPUM MOYATOK TAXKKOIO
KICTKOBOTO KpHW3Yy B JIBIA CTETHOBIA KicTil (puc. 8). Pesymbratu mOCTIIKEHb
nokaszajau piBeHb remorio6iny 10,3 r/mi, tpombouutiB 121000/mMKI1, 00°€M TEUIHKH
1,4xN, 06’eM cene3inku 7,5xN. PeHTreHOJIOr14H1 300pa)KeHHS MPOJIEMOHCTPYBAIIN
3acTapiiuil aBaCKyJISIpHUM HEKPO3 Ta KoMIpeciiHuii rnepenoM xpebus T7 (micie
0omo B cnuHi y autuHCTBl). MPT pocnimkeHHs Moka3ano TOCTPUM aBacKyJISIpHUMA
HEKpO3 JIIBOI CTETHOBOI KICTKM Ta KyJbIIOBOro cyrioba. Takox mamieHTka
CTpakJaja Ha OCTEoNnopo3 (MOKa3HUK JBOXEHEPreTUYHOI  PEHTIEHIBCHKOI
adcopomiomertpii (JAEPA) 22,8 (Hopma Big 11 go 21)). V Bimi 30 pokiB iii Oyio
npu3HadeHo GepMeHTHY Teparnito. B 35 pokiB BUKOHaHA 3aMiHa JIIBOTO KYJIBIIIOBOTO
cyrioba.

KomeHTap: B AWTHHCTBI HE MPOBEJACHO OOCTEKEHHS 3 MPUBOAY OOJIO0 B CIIHHI
BHACIIJIOK aBacKyJsIpHOro Hekposy. Ilicist BcTaHOBIIGHHS miarHO3y XBopoOu [omre
[UIIXOM CIMEMHOTO CKpPUHIHTY B JOpPOCIOMY Billi He Oyna BHSBJICHA CYNYyTHS
MaToJIOTISl KICTOK uepe3 MIABUINEHY yBary J0 TEeMaTOJOTIYHUX MapameTpiB Ta
CUMIITOMIB 3 OOKy CEJEe31HKM/TIEYiHKH, 110 BKa3yBaJli Ha Jerky ¢opmy
3aXBOPIOBaHHS.

Bunanok 2

20-piuHiil KIHIII TPOBOJIWIN OOCTEKEHHS 3 MPUBOAY XPOHIYHOTO 3aXBOPIOBAHHS
MEYiHKK, Ha SKe BKa3yBajla TeMaTOCIUICHOMETallisl Ta TIJIBUINCHUN pPIBEHb
ne4yiHkoBuX (pepmenTiB. JlOCHIKEHHS MOKa3aJld HETaTUBHUM pe3yJbTar, Malll€HTII
BUKOHAJIM CIUICHEKTOMII0. B JUTHHCTBI JXKiHKAa CTpakJajla Ha XPOHIYHHHU OiIb y
KICTKax, 10 OyB PO3IIHEHUH K OCTEOMIENT. Y Billl 26 pOKIB ili BCTaHOBJIEHO
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J1arH03 KPUNTOTCHHUHN 1IUPO3 MEeUiHKU. Y 56 pokiB 3a(iKCOBAHO TOSIBY BaKKO1

aHeMmii Ta BHUIAJIKU KpPOBOBWIMBIB uepe3 TpomOomuToneHiro. B pesynbrari
JOCTI/DKEHHSI KICTKOBOTO MO3KYy BHSBHJIM MaibKe IIOBHE 3aMIIIEHHS OpraHy
kimituaamu [omre. [liarHo3 xBopobu ['ome Tumy | miaTBepkeHHI 3a JOMOMOTOIO
aHaji3y TIoKomepeOpo3iga3u JeWKomuTiB. B X0l KIIIHIYHOTO OOCTEKEHHS
11eHTU()IKOBAHO XPOHIUYHE XOJECTaTUYHE 3aXBOPIOBAHHS TMEYIHKHM Ta IOYATKOBY
CTaJi10 HEJJOCTATHOCTI KICTKOBOTO MO3KY.

KomenTap: npotsirom 38 pokiB MaIli€eHTIIi 3 TPOrPECYIOUNM 3aXBOPIOBAHHSIM KICTOK,
MEYIHKKM Ta YpPaXXEHHSIM KICTKOBOTO MO3KYy HE OyJ0 BCTAHOBJIEHO MPaBUIBLHOTO
JI1arHo3y.

Bunanok 3

[lix yac yeproBoro MeauyHoro oryAay y 30-piYHOrO YOJOBIKA MOXOKEHHS
alnrkeHas1 OyJio BUSIBJICHO TimoJimigeMito (3arajibHuil xonectepun 89 mr/m; JITTHIL]
XC 42 mr/nm; JIIIBUL XC 29 mr/an) ta rinepdeputunemito (1041 ur/mn). Kinbkicts
remorjo0iny 16,1 r/mn, nevikorutis 7,800 M, Tpombonutie 148,000 mut 1 6UtipyOiHY
1.23 wmr/mn. B ciMeliHOMy aHamHe31 y JASAbKM TMalli€HTa CIIOCTEPIraBcsl pPaHHIM
novyatok xBopoou Ilapkincona. B Oiorcii meuinku BusiBiieHO KiaiTuHH [omie (puc. 9).
Hiarao3 xsopoOu ["omre tumy [ miaTBEpIKEHUN NUISIXOM aHai3y HU3bKOT aKTUBHOCTI
KHUCJIOi b-TIIIOKO3UAa3u B JIeHKoIMTaxX KpoBi Ta romo3uroTHoi mytarlii N370S. B
MOAANBIINX TOCTIHKEHHAX 17IeHTU(PIKOBAHO CIVICHOMETAJIII0 Ta OCTEOTNEHIIO.

KomenTap: y 30-piuHoro 4ojoBika JaiarHo3 xBopoou ['oiie BCTaHOBICHUN HA OCHOBI
pe3ynbTaTiB O10MCii MEYIHKN, BAKOHAHOI MPHU Mi03pl Ha HASBHICTH F€MOXPOMATO3Y.
INnepdepurunemis Ta rinodinigeMis € NIOIMPEHUMHU 03HAKaMH XBopoou ['omre.

Bunanok 4

VY 72-piyHOTO XBOPOTrO MPOTATrOoM 12 pOKiB BUKOHYBAJIM MOHITOPUHT CTaHYy TSXKKOI
TPOMOOIIMTONEHII, 1110 Oyja J1arHOCTOBaHA SIK IMyHHa TPOMOOIIMTONICHIYHA MypITypa
(ITTI). TlamieHT OTpHUMYyBaB CTEpOinM, MPU I[OMY HAJIEKHOIO TEPANEBTUYHOIO
edexTy He crnocTepirasii. B aHaMHe31 4YOJOBIK MaB TpaBMYy KOJIiHA, MICJSI 4OTro
3’BUBCSI OlIb y KYJBIIOBOMY CyTrji001, SKHH BBaXaJld HACIIAKOM MOMNEPEIHBOI
TpaBMU. XBOPOTO TOCHITATI3yBalM O JIKapHI 3 MPUBOAY HIUTYHKOBO-KUIITKOBOT
KpoBOTeui. B pe3ynpTaTi MOAATBIIOTO OOCTEXKEHHS BUSBWIH CIUIEHOMETAIIIO,
MPOrpeCcyounii aBacKyJSIpHUM HEKPO3 KyJbLIOBOIO cCyrjiody Ta ocTteonopo3. B
010111 KICTKOBOT'O MO3KY 1IeHTU(IKOBaHO KIITUHU [ o1te.

KomenTap: momunkosuii aiarno3 ITII mpusBiB 10 3aiiBOi HEOOX1AHOCTI MOCTIMHOTO
IpU3HAYCHHS Teparlii KOPTUKOCTEPOinaMu 1 IO MOSIBU B Pe3yJbTaTi aBaCKYJISIPHOIO
HEKpPO3y Ta OCTEONOPO3Y.
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Bumnagok 5

Jlikap-racTpOEHTEpOJIOT MPOBOAUB KOHCYIBTAII0 S6-PIYHOrO YOJIOBIKA 3 MPUBOIY
IITYHKOBO-KUIITKOBUX CHMIITOMIB, sIKi Oynu mposiBaMHu roctporo rematuty A. Ilpu
IIbOMY Y MaIll€EHTa CIIOoCTepiraiacs HeMpomnopiliiiHa rematocmiaeHomeranis. B Giomcii
MEYIHKM Ta KICTKOBOTO MO3Ky ineHTH(]ikoBaHo kiituHu [omre. Jliarnos
MiATBEp/DKCHUN TUISXOM aHaNi3y HHU3bKOI aKTHBHOCTI KHCJIOi b-TIIOKO3HMIA3u Y
neiikormTax Kpoi. Ilpm monmambpiioMy OOCTEXKEHHI BHSIBJICHA XapaKTepHa
CIuieHOMeranisi, piBeHb TpomboruTiB 85000 (L, migBuimeHa XITOTpUO3WAA3a,
HOPMAaJIbHUI PiBEHHh T€éMOTIJIO01HY Ta OCTEOTICHIS).

Komenrap: xBopobOa ['ome Moxe HpOSIBISATHCS Yy BUIVISAI HUTYHKOBO-KHUIIKOBUX
CUMIITOMIB. Y IBOTO 56-pIUHOTO MAalliEHTAa 3 TOCTPUM IEMaTUTOM A Ta CYIMyTHBOIO
remaToCIICHOMETai€l0  JIMIIEe 3a  JOMIOMOTOI0  TMEPBUHHOTO  OOCTE)KEHHS
a0JOMIHAJIBHOI MIISSHKKA 1 BIJAMOBIIHUX aHATI31B MOYKHA TPHUIYCTHTH HAasSBHICTD
XBOpoOu ['omie Ta yHUKHYTH BUKOHAHHsS OI10TCIi MEYIHKH 1 KICTKOBOT'O MO3KY.
OOunBl mpouenypu y JaHOTO XBOPOTO CYHPOBOKYIOTBCS BHCOKUM PU3HKOM
KpOBOTEMI.



Jloxarok 2

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

IleperyasiHyTi MiHiMaJIbHI peKOMeHIaNIl 10 OLiIHKH CTaHY 30POB’s JiTeil 3 He HeHponaTu4HO popmoro xBopoodu I'omre.

OOcTexeHHs Vei [Mamientn 3 [MamienTu, mo [MamienTu, mo Ha momenT
MaIi€HTH BIJICYTHICTIO OTPUMYIOTh EPMEHTHY | OTPUMYIOTH (DEPMEHTHY | 3MiHU J103yBaHHS
npu CHMIITOMIB, IO HE 3aMiCHY Tepartiio, ajie 3aMiCHY Teparriio Ta BXke | ad0 CyTTEBHX
MEPBUHHOMY | OTPUMYIOTh 1€ He JOCATIIN JOCATJIA TEPANEBTUYHUX | KITHIYHUX
ormsimi® (dbepMeHTHY 3aMiCHY TEPaeBTHYHUX IIJICH IiIeH YCKJIaAHEHB

Teparnito
Koxni 12 | Koxwni 24 | Koxnai 6 | Koxui 12 | Koxkni  6- | Koxni 12-
MICSIIIB Micsi MICSIIIIB MICSIIIIB 12 micsamiB | 24 MicsiiiB

Menu4Huii OrJisi, B TOMy 9Hchi orinka | X X X X X

PO3BUTKY (3picT, Bara)

[Tokaznuku | 'emorno6in X X X X X

KpOBI

Tpomborutu X X X X X
[Iporpom6iHOBHii yac Ta | X X X X
YaCTKOBUU

TPOMOOIITIACTHHOBUH

qac y XBOpHX 3

KPOBOTEUAMH

Bioximiuni Xirorpuosuna3a/CCL18/ | X X X X X

MMOKa3HUKH TPKD/ATID

BaytpimHi 06’eM cenesinku® X X X X

OpraHu

06’em neuinku® X X X X
Ckener MPT (T1-3BaxkeHe X X X X



https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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300pakeHHs xpeodta; T1-
3Ba)KEHE 300pakeHHS
TOJIOBU Ta CTETHOBOT

KICTKH)

JEPA (Z-noxa3Huk X X X8 X

xpeOTa Ta BChOTO Tijia)
binb X X X X
SxicTb SF-36¢, PedsQL [65] X X X X
KUTTSA yuKidscreenR [58]

a. Jlng TuX mapaMeTpiB OIIIHKH, IO 3HAXOJATHCS B MEXaX HOPMH IIiJ] 4aC MOYATKOBOTO JIOCIIKEHHSI, TOBTOPHY OIIIHKY 4Yepe3 6 MICSIB MPOBOJUTH HE
Tpeoba.

6. Po3mipu cene3iHku Ta mediHkH OakaHO BH3HaudaTu 3a gomomororo MPT. V3]I moxHa BukopucTtoByBaTd 3a BiacyTHocti MPT abo mist oTpumaHHS
NpUOIM3HUX PEe3yIIbTATIB.

B. KOXHOTO pOKY 710 TOCSTHEHHS TOKa3HUKIB HOPMH; MOTIM JUIsl XBOPHX, 10 OTPUMYIOTh JIIKYBaHHSI, JOCIIPKEHHS BUKOHYIOTh KOXHi 3 poku. HeoOximHO
MOPIBHIOBATH PE3yJIbTATH 3 BIAMOBIAHUMH 3HAUYCHHSIM HOPMH JUIS BIiKY Ta CTATi MaIli€HTA.

r. Kopotka (opma onutyBanbHuka ctany 310poB’st (SF-36) Mmae oOMekeHe 3aCTOCYBaHHS Y MaJICHbKUX JITEH.
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Honatok 3

A reappraisal of Gaucher disease — Diagnosis and disease management algorithms.
American Journal of Hematology (2010)

JiarHOCTUYHUI AJITOPUTM ISl MAII€HTIB, IKi MAKOTH MOXOJAKEHHH 3 Cy0ETHOCY
almKeHasi

Yactora xBopobu 'omie 1:800, oHKONMOTIYHMX 3aXBOpIOBaHb KpoBi 1:2500

CienomeraJis?

v v

JlopaTtkoBa iHdopMaIltis,

Criienexkromisi? Tax H o AR
HACTOPOXKEHICTb J10
il - MOYKJIMBOT HAIBHOCTI
Hwu3bkuii piBeHb xBopobu [ome:
CIEPLIY TPOMOOIUTIB? HasiBHICTh B aHAMHE31:
Tennenuist 10 KPOBOBUIIMBIB KameHiB y 5kOBUHOMY
Bukounaru HeBigomoi eTiomorii? * Mixypi
depMeHTHUI HOC.TiI‘/'IHa"FiH.ep(beR'I/ITI/IHeMi}I <« Auckomdopt B ainsHIi
— HEBiIOMOIi eTionorii+ KUBOTA
HOpMaJIbHE HAaCUYEHHS Hwusbkwmii piBeHb
TpaHchepuHOM ? XOJIECTEpPUHY
[TinBuIeHuii piBeHb I'nepdeputnnemis
MapKepiB 3ananeHHs? By3znu B cenesinmi
TpomOouuToMneEHis, 110
3’sIBUJIACS M1J yac
¥ BariTHOCTI
. [Ticnsmonorosi KpoBOTEUi
Tak nys onHoro a6o Oinbiue Binb y KicTkax
1HTaHb I"amamnarii
A 4 A 4 A 4

AHani3 pepMEeHTHOI aKTUBHOCTI IITHOKOLIEPEOpO3U1a3U

*VY marieHTiB 3 TEMOPpPAriyHUM J1aTe€30M CJIiJ] BUKIIOUATH TaKi KOarysiomarii, sik AedilnuT
¢axTopy XI, 1110 yacTo 3ycTpivaeThes cepell 0ci0 MOXOIKEHHS alllKeHas1.

JliarHo3 xBopoOu ['omie ciig po3risimaté y BCiX OCIO MOXOKEHHS €BPEHCHKOTO
CcyOeTHOCYy alllkeHasl, 110 MaloTh JIETKy, MOMIPHY YU TSKKY CIUIEHOMEraniiio. 3a
BIJICYTHOCTI CIUIEHOMeTaii XxBopoOy ['orie HeoOXiIHO 3amif03pUTH MPU HASIBHOCTI
TPpOMOOIMTOMNEHIT (HABITh JIETKOTO CTYNEHIO), TEHJEHIIT JO KPOBOTEY, MOCTIMHOI
rinep@epuTuHEeMii HEBIJIOMOI €TIOJNOT1i 3 HOPMAJIbHUM HACHYEHHSAM TpachepruHoM
a00 IMIBUIIIEHOTO PiBHSI MapKePiB 3araJICHHS.
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Jonarox 4

A reappraisal of Gaucher disease — Diagnosis and disease management aigoriinms.
American Journal of Hematology (2010)

JiarHOCTUYHMA AJITOPUTM VISl MALMIEHTIB, SIKi HE MAaIOTh MOXO/IKEHHH 3

cy0eTHOCY alIKeHasi

Yacrora xBonoou [Nomre 1:40000 — 100000. orkooriuni 3axsontoBanHs kbosi 40:1000000

CniaenomeraJjisn?
Y Hi
Cnienekromisn? Bincyrnicts
CIUICHOMETaii pH
CHUHIPOMI MOPTAILHOT
v rinepreHsii v
TpomMOoruTH
Tpom6oruTu < 150000 aHeMis +/a6o
Buxonatu +/— MI'HE* y nanienTiB < KICTKOBHIA
bepmenTHUI 30 pokiB Oi1b +/ab0
aHaIi3 MI'HE

A 4

BUKIIOYHTH 37105KICHI
HOBOYTBOPEHHSI.
Jocnigutn MaTepian
Oiormncii Ha HAasIBHICTh
kiaiTud [omre

JomarkoBa iHdopMaliis,
IO T1ABHIINUTE
HAaCTOPOKEHICTD JI0
MO>KJIMBOI HasIBHOCTI
xBopobu I'ome:
HasiBHiCTh B aHAMHE3I:
KameniB y ;xoB4HOMY
Mixypi

JluckomdopT B AiasHIT
JKUBOTA

Husbkwii piBeHb
XOJIECTEPUHY
lnepdepurnnemis
Bysznu B cenesinii
TpomOGouuToneHis, 1o
3’sBUJIACA I11JT Yac
BariTHOCTI
[Ticasmonorosi KpoBoTeUi
binb y kicTkax
I'amamarii

A 4 \ 4 A 4
Kimituau INome 3I10sIKiCHI Kmitunau INomre
BIJICYTHI HOBOYTBOPEHHS
BIJICYTHI
v v v v

AHani3 pepMEHTHOI aKTHBHOCTI TITIOKOIIEpEOpO3H1a3u

*MI'HE — MonoknoHalpHa raManaris HeBIiJIOMO1 €T10JIor11

B wiii momynsmii 3/105KiCHI HOBOYTBOPEHHSI € OUIBII MOIIMPEHOI MPUYHHOIO

cruieHoMeraniii, HiK XxBopoOa ['ome. ToMmy mnpu NOYATKOBOMY OOCTEXKEHHI

JOIIJTbHO BUKOHATH OIOMNCII0 KICTKOBOTO MO3Ky. BuspnenHs wiitun [omie B

acmipaTi KICTKOBOTO MO3KY JO3BOJIMTH MPHUITYCTUTH XBOpoOy [omie, xoda

3JIOSIKICHI HOBOYTBOPEHHSI Ta XBopobOa ['omie He € B3a€EMOBHUKIIOYHUMH. 3a

BIJICYTHOCTI

xBopobu ['omre

pu

CHOCTCpiI‘aTI/ICSI HCeBI[O-KJ'IiTI/IHI/I [Nomre.

3JI0AKICHUX

3aXBOPIOBAHHAX  MOKYTb
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Hoparok 5

A reappraisal of Gaucher disease — Diagnosis and disease management algorithms. American Journal of Hematology (2010)

AJITOPUTM NOYATKOBOI'0 00CTEKEHHS, JIiKYBaHHH Ta MOHiTODI/IHFY Ilal_li€HTiB 3 xopo0oro I'ome

[TinTBepmKeHMit MlarHo3 xBopoou ['orre

SAxicTb ['emaroJoris: Cenesinka/ KicTku: Jlereni: [[HC: biomapkepu: bBioxiMi4YHi MOKa3HUKH:
KUTTSL: TpomOGounTu IeYiHKa: MPT I'pynna Pyxu oueit SF-36 CupoBartkoBuii Fe
SF-36 I'emorno6in MPT, KT JAEPA KJIITHHA ATtakcis XitoTpio3uaaza deputrH

Jlenikouutn OyHKIisA Pentren- Penrtren- Tpemop All® Hacnuenns

Koarymsmis MEYIHKHU OCHIKEHHS OCHIKEHHS O3Haku TPKD TpaHchepuTHHOM

Kpogsoreui [Mpodins EKT', EXO XBOpOOU CupoBaTKoOBI JIiTTi TN

renaTUTIB [TapkincoHa ImyHOTIOOYTIHK X
A
v v v v
AcuMOTOMHUI/ Jlerkuii/ Tsoxkuii mepeoir/ Tsoxkuit mepeoir/
TyKe JIeTKuid mepedir MOMIPHUHN CTYIiHB HIBUJIKO MIPOrpecyroya HIBUKO MPOTpecyroda
XBOpOOH Imirmronepasa? TSKKOCT1 XBOPOOU XxBopoOa XBOp0Oa yCKIJIaJHEHHS
v v v v
Tak 15-60 On/kr/4 Twokui  [|  60-120 On/kr/4 ka1 [ > 60-120 On/kr/4 tvoxni
v ‘\\ v /
BusHauutu Perynsipauii MOHITOPUHT
il Tepamii
A 4
Uu nocarnyTi mim?
A 4

v
an
=

[MigTpumyroua no03a P Tak Hi Kopurysanns no3u

4
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JlonaTok 6

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

IToka3aHHA 10 MOYATKY (pepMEHTHOI 3aMIiCHOI Tepamii y AiTeil 3 HAsIBHICTIO CUMIITOMIB

HasBHicTh 01HOTO 200 O1bINE 3 HACTYITHUX KPUTEPIiB:

BcTaHOBIIEHHA 1arHO3y XBOPOOU 3 HAABHICTIO CUMIITOMIB J10 20-pi4HOTO BIKY

Tsoxka anemist (Hb < 8 mr/mn)

Tsxka TpomOoruToneHis (< 60000 kiTiTHH/MIT)

Jletikormty < 3000 KTiTHH/MIT

CuUMNTOMHA MATOJIOTIS KICTOK (KICTKOBI KPU3H Ta OCTEOHEKPO3 B AHAMHE31)

AKTHBHA MATOJIOTis KICTOK (MOXe€ OyTH aCUMIITOMHOIO)

3HMKEHHS IBUAKOCTI POCTY Ta/abo 3aTpUMKa POCTY

3aTpuMKa CTaTeBOTO J03pPiBaHHS

HasBHICTh pigHUX OpaTiB UM cecTep 3 TSHKKUM MepediroM 3aXBOPIOBAHHS, 1110 MOTPEOYIOTh MPU3HAUYECHHS (PEPMEHTHOI 3aMiCHO1
Teparnii

["eHOTHII, 110 BUKJIMKAE TSHKKHUH MepeOir 3aXBOprOBaHHS (HaNpUKiIal, HasBHICTh MyTatii L444P yu D409H)
3pict < 5-TO NEPIEHTHIIA a00 CYTTEBE 3MEHIIICHHS BUIKOCTI POCTY

Z-TIOKa3HHUK MiHEPaJIbHOI MITBHOCTI KICTKOBOT TKaHUHM HIK4e 2,0 [59]

0O06’em cenesinku > 2,0 MN, 06’em neuinku > 2,0 MN



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

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

TepaneBTuuHi i a5 xireii (aganToBano 3 myoJaikamii [TacTopec Ta in. (Pastores et al) [54])

AHewmis

TpomboruTorneHis

I'emmatomerasmis

CrurteHoMeradis

KicTtkoBa TkaHMHA

Pict opranizmy

[TixBuieHHs piBHA reMorao0iny npotsarom 12-24 micsaui 1o nokaznuka >11,0 r/mn

Y CcyHeHHs 3aJ1€KHOCTI Bijl IPOBEACHHS MepellnBaHb KPOBI

3MEeHIICHHS MPOSIBIB CTA0KOCTI Ta AUCITHOE

30epeskeHHs MOKPAILEHUX MTOKA3HUKIB TeMOTrI00iHy, JOCATHYTUX uepe3 12-24 MicsIiB JiKyBaHHS

[TigBuieHHs piBHSA TPOMOOLMTIB MPOTITOM IEPIIOTO POKY JIKYBAaHHS J0 NMOKAa3HMKA, IO JO3BOJITH 3aMOOITTH TOsBI
CIIOHTAHHOI Y XipypriuHoi KpoBOTEUi

[TomipHa moyaTkoBa TPOMOOLHMTOIEHIS: B mepion 10 | poKy CIiJ MiJBUIIATH KUTbKICTH TpomOouuTiB y 1,5-2 pasu Ta
HaOJIM3UTUCSA 10 HUKHBOTO MIOKa3HUKA HOPMH Yepe3 2 POKHU JIIKYBaHHS

Tspkka modaTkoBa TPOMOOIIUTONCHIS: B 1Mepio 10 1 poKy CIif MiIBUIIMTH KiJIBKICTH TPOMOOIMTIB y 1,5 pasu, momipHe
3pOCTaHHs PIBHSA MOBMHHO NPOJOBKYBATUCS HPOTIAroM 2-5 poKiB (HEOOX1IHO IOCATTH MOABOEHHS MOKa3HUKA Ha 2 poli
JIKyBaHHS); ajie HOpMaJli3allis 3HaYeHHS IPU I[bOMY HE OUiKYETHCS

YHUKHEHHS CIUIEHEKTOMIi

[TinTpuMka cTabLIBLHOrO piBHA TPOMOOIMTIB Ui YCYHEHHS PHU3MKY KpOBOTEYl MICHS AOCATHEHHS MaKCHUMAalbHOIO
TEpaneBTUYHOTO €EeKTY JTIKYyBaHHS

3MeHIIeHHS Ta MATPUMKA PO3MipH mediHku B Mexax y 1,0-1,5 pa3u Oinpimux 3a HOpMY

3MeHIIeHHs po3MipiB nedinku Ha 20-30 % npotsarom 1-2 pokiB nikyBaHHs Ta Ha 30-40 % - npotsirom 3-5 pokiB Teparmii.
3MEeHIIeHHS Ta MATPHUMKA PO3MIPIB CENe3iHKN B MeXax y 2-8 pa3iB OuIbIe 32 HOPMY

3MeHIIeHHs po3MipiB cene3inku Ha 30-50 % npotsarom 1-2 pokis dikyBaHHs Ta Ha 50-60 % - npoTsirom 3-5 pokiB Tepartii.
[TonermeHHs: CAMITOMIB CIIJIEHOMETallli: 31yTTs )KUBOTA, pAHHE HACUYECHHS 1’KE€I0, HOB1 IISTHKU 1H(QAPKTY CEeNIe31HKU

Y cyHeHHs rinepcrieHito

[TonermenHst a6o ycyHeHHsI KICTKOBOTO 0010 MPOTAroM 1-2 pokiB Tepamii

[TpodinakTrka KiCTKOBUX KPH3iB

[TpodinakTrka 0CTEOHEKPO3Y Ta CYOXOHIpAIBHOI KOMIpeCii Cyrio0iB

[TokpamieHHss MiHEpaJbHOI INIIBHOCTI KICTOK; MOJIMIIMTH KOPTHUKaJIbHY 1 Tpabekymsipny MIIK nporsrom 2 pokis
JKYyBaHHS

JlocsirHeHHsT HOpMalbHOT 200, B 1/1€ali, MaKCUMaJIbHOI KICTKOBOI Macu

JlocarHeHHsT HOPMH 3pOCTY BIAIOBIIHO 10 CTaHJIAPTY MOMYJIALIL MPOTATOM 3 pOKiB JIKyBaHHS

JlocsiTHEHHS! HOPMAJIBHOTO MTOYATKy CTAaTEBOT'O JI03PiBaHHS



https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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JlomaTok 8
Pucynku 10 Tekcry

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

Konba Epnenmetiepa

Erlenmeyer-flask

Puc.1. a. IadinpTparniss kictkoBoro Mo3ky Ha 300paxkeHHi MPT. 6. KonbononiOHi
nedopmarii Epienmeiiepa Ha peHTT€HOJIOTIYHOMY 3HIMKY.


https://www.google.com.ua/url?sa=t&rct=j&q=&esrc=s&source=web&cd=1&cad=rja&uact=8&ved=0CBwQFjAA&url=http%3A%2F%2Fwww.springer.com%2Fmedicine%2Fpediatrics%2Fjournal%2F431&ei=uc1-VMPVJo3Y7AbIiICIBQ&usg=AFQjCNHw_CykVLzP7gnh2GizrluSB6wdxQ&sig2=7HgiOYL_VLcxVSdzcg3zKA&bvm=bv.80642063,d.bGQ
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Puc. 2. 3miHu piBHS TPOMOOILIUTIB Ta T€MOTJIO0IHY B 3aJIEKHOCTI BiJ] Yacy (B pOKax)
JKYBaHHS IMITIIIOIEPa3010/aritonepa3on. BiaTBopeHo 3 103Boy AHIEPCOH Ta iH.
(Anderssonetal) [1]. dani 884 mitei, 1o 3anxy4eHi 10 PeecTpy mamieHTiB 3 XBOPOOOIO
['ome, cranoM Ha 6 ciunsg 2006 poky, K1 MaJdM 1HTAKTHY CENE31HKY Ta OTPUMYBAJIU
imirmonepasy. Jani  TpomOoumtiB - nmoctynHi  Big 768  mamientiB (7991
CIIOCTEPEXKEHb); JlaHI HOPMaJi30BaHOr0 TeMOIIO0iHy AocTymHl Bif 771 XBOporo
(8022 cnocrepexenb). PiBHI HOpMani30BaHOTO T'€MOrJOOIHY MPOAHANI30BaHl B
rpamMax Ha JCIIIITP HUXKYE HIKHBOI MEXI KOHTPOJBHOTO aiana3ony. [lpu 1mpomy
KepyBaJUCsl HACTYITHUMH 3HAYEHHSIMU HOPMH, CKOPUTOBAaHMUMH 32 BIKOM Ta CTATTIO:
B1JT HApOKEHHS /10 6 micamiB, < 10,1 r/m; Big 6 MicsiB 10 2 pokiB, < 9,5 r/mr; > 2 -
12 pokiB, < 10,5 r/mm; 12 pokiB, xnomuuku, < 12 r/mr; > 12 pokis, aiBuata, < 11 r/mi.

Plateletcount, mm — kinekicte TpomOonwmTiB, YearSonERT — KiuIbKicTh pOKIB MPOBEACHHS
dbepmenTHOi 3amicHoi Teparii, Plateletcountsatfirstinfusion — kinbkicTe TpOMOONUTIB HA MOMEHT
nepmoi iHQy3ii, Plateletcountsat 8 years — ximpkicth TpomOonwmTiB uyepe3 8 poki, Number of
patients — kinekicte mamientiB, 95" percentile — 95it mepuentmns, 75" percentile — 75i
neprenTiis, 50Mpercentile — 50ii meprienTis, 25Mpercentile — 25i nepuentumns, 5Mpercentile —5it
neprentuns,  Normalizedhemoglobin - (g/dL)  —HopmamizoBanmii  remoryiob6iH  (r/mn),
Normalizedhemoglobinatfirstinfusion — HopmamizoBanuii TEMOrJI00iH Ha MOMEHT MEpIIOl
indysii,Normalizedhemoglobinat 8 years - HopmasizoBanuii remMoryio0in yepes 8 pokiB


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

Revised

recommendations
children. European Journal of Pediatrics (2013)

for

63

the management of Gaucher disease
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Puc. 3. 3MiHM pO3MiIpiB MEUYIHKM Ta CEJIE3IHKA B 3aJEKHOCTI BiJ Yacy (B pOKax)
JKYBaHHS 1MITJIIOLIEPa3010/alriiiolepa3or. BiiTBOpeHo 3 103B0y AHJIEPCOH Ta iH.
(Anderssonetal) [1]. dani 884 mitei, 1o 3aixy4eHi 10 PeecTpy mamieHTiB 3 XBOPOOOIO
['ome, cranoM Ha 6 ciung 2006 poky, sIKI Maju IHTaKTHY CEJIe31HKY Ta OTPUMYBAJIU
imirmroniepasy. Jlani posmipy cene3iHku jgoctynHi Binm 458 mamientiB (1593
CIIOCTEpEXKEHB); J1aHi po3mipy medinku — Bif 420 marientiB (1524 cnoctepexeHs).
MN — MHOKHHa HOpMaJIbHUX 3HAYEHb.

Spleenvolumeinmultiplesofnormal —Po3mipu cesnes3iHnku BiTHOCHO OKa3HUKIB HOPMH

Liver volume in multiples of normal — Po3mipu neuinku BiIHOCHO TOKa3HHUKIB HOpMH, YearsonERT
— KIJIBKICTh POKIB MPOBEAECHHS (DepMEHTHOI 3aMICHO1 Tepanii

Percentile —ieprientris, Spleenvolume (MN) atfirstinfusion — po3mip cenesiaku (MN) Ha MOMEHT
nepmioi iHdy3ii, Spleenvolume (MN) at 8 years — po3mip cenesinku (MN) uepes 8 pokis, Number
of patients — ximbkicTe mamientiB, 95" percentile — 95i mepuentums, 75" percentile — 75it
neprenTiis, 50Mpercentile — 50i meprienTis, 25Mpercentile — 25i nepuentums, 5Mpercentile —5it
neprentwib, Livervolume (MN) atfirstinfusion — posmip mewinku (MN) Ha MoMmeHT nepioi
iHdysii, Livervolume (MN) at 8 years — po3mip neuinku (MN) uepe3 8 pokis
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Puc. 4. 3minun Z-noka3znukiB 3pocty Ta MILK xBopux B 3anexHOCTI Bif 4acy (B
pOKax) JIIKyBaHHS IMITJIIOIIEpa30t0/anritonepa3orn. BiaTBopeHo 3 103801y AHIEpCOH
ta iH. (Anderssonetal) [1]. Jdani 884 miteii, mo 3amydeHi g0 PeecTpy maiieHTiB 3
xBopo6Oot ['omre, cranom Ha 6 ciunst 2006 poky, sSIKi Malld 1HTAKTHY CENIE31HKY Ta
OTpUMYBaJH IMirmoNepasy. Jani Z-moka3HUKIB 3pOCTy AOCTYIHI Bij 702 marieHTiB
(5602 cnoocrepexkens); mani Z-nokasuukie MILKT — Big 127 mamientiB (244
CIIOCTEPEKEHHS).

HeightZ-score —Z-noka3suuk 3pocty, DXAZ-score - Z-nokasuuk JJEPA, YearsonERT — kinbkicTb
pOKiB TpoBeneHHs (epMeHTHOI 3amicHoi Tepamii, Percentile —nepuentwis, HeightZ-
scoreatfirstinfusion —Z-moka3Huk 3pocTy Ha MOMEHT miepiuoi iH}y3ii, HeightZ-scoreat 8 years — Z-
TIOKA3HUK 3pocTy depe3 8 pokis, Number of patients — xinbkicts mauientin, 95™ percentile — 95t
neprenTiIb, 75" percentile — 75i neprientiis, 50"percentile — 50it mepuentums, 25 percentile —
25ii mepuentib, 5Mpercentile —5it mepuentrns, DXAZ-scoreatfirstinfusion —Z-nokazunk JJOPA
Ha MOMeHT nepiuoi iHdy3ii, DXAZ-scoreat 8 years — Z-nokasuuk /IEPA gepe3 8 pokis
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Puc.5. B3aeM03B 130K MK CTyNEHEM CIUICHOMErajii Ta BIKOM XBOPOTO Ha MOMEHT
OLIIHKA CUMNTOMY (BU3HAYaeThcsd Ha OCHOBI ganux MPT, HopmanbHHIl 00’eM
cenesinku ckiagae 0,2 % Baru Tuia; CTYMiIHb CIZIEHOMETalli MO3HAYAETHCS MIISXOM
MMOMHOKEHHsI Koe(ilieHTa Ha 3HaueHHd HOopMH, Hampukiaa, 3N. 3o0paxeHo Tpu
HaWIMOMIMPEHIIIl TEHOTUIIM cepel MOMyJsIii namieHTiB 3 XBopoOoro ['ome B
[TiBaiuHIN Amepurti: N370S/ N370S, N370S/L444P 1 N370S/84G ins G). Pesynbratu
MOKa3yl0Th, 10 y OUIBIIOCTI JITHIX MAalll€HTIB 3 TOMO3UTOTHOIO MyTariieo N370S
CIuIeHoOMeraisi abo BiJICyTHS, a00 € MIHIMaJIbLHOIO
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Puc. 6. (a Ta 0). IlopiBHSIHHS TSKKOCTI TemaToMeraiii Ta 3aXBOPIOBAaHHS KiCTOK
(mkana ['epmana) y maii€HTiB 3 IHTAKTHOIO CEJIE31HKOIO 1 MMPOBEACHOI0 B MUHYJIOMY
crieHeKToMiero. XBopi posaineHi 3a reHotunoM GBA. KigekicTe mnarieHTiB
MO3Ha4YeHa B HUKHIN YaCTHHI CTOBITUHKIB.
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Puc. 7. Ma3ok KICTKOBOrO MO3KYy Ta OIOICIsl Malli€eHTa 3 TOMO3UTOTHOIO MYTAIlI€l0
N370S xBopobu Tome. CroctepiraloTbCs KIacHM4HI CMYracTi Makpodaru Ta
3aMIIIEHHS] KJITHUH KICTKOBOro Mo3kKy. Masok: kimituHu [ome (3100). biomcis:
3aMIIIEHHS KICTKOBOTO MO3KY KiiiTuHamu ['omre (320).
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(a) (b)

Puc. 8. (a Ta 6). Ha 300paxxenni MPT cnoctepiraerbcs aBacKyJISIpHUM OCTEOHEKPO3
J1BOi CTETHOBOI KICTKM JKIHKH 3 TOMO3UTOTHOI MyTamiero N370S, mo B MUHYJIOMY
Maja 0€3CUMMIITOMHUI NIepeOir 3aXBOPIOBAHHS, MiHIMaIbHY F€aTOCIUIEHOMETAIIO Ta
nuroneHio (0). B miBoMy KyJbIIOBOMY CYIJIOO1 BH3HAYAETHCA AUISHKA BEJIHKOIO
MEIYJIAPHOTO 1H(PAPKTY, M0 B KIHIEBOMY MIJICYMKY BHMAarajiao MpPOBEICHHS 3aMIHH
naHoro cyrioba. [[nsi mopiBHAHHS: Ha MaltoHKy (a) 300paxkeHo MPT 3m0poBoro
KICTKOBOT'O MO3KY 3 HasiBHICTIO ’KOBTOT'O KICTKOBOT'O MO3KY.
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Puc. 9. bioncis mediHKW: HaKONMWYCHHS 3amoBHEHUX mimigamu kmituH Kymdepa
(meuiHkoBi KIITHHY [o111€) B CMHYCOi1aX MOPYY 3 HOPMAJTLHUMU TeMaTOIUTAMHU.



