JIEP)KABHUM EKCITEPTHUU LIEHTP
MIHICTEPCTBA OXOPOHU 3JI0POB’S1 YKPATHU

HAIIIOHAJIBHA TUTAYA CIIEHIAJII3OBAHA JIIKAPHA «OXMATIUT»
MIHICTEPCTBA OXOPOHH 3/I0POB’5I VKPAIHU

BCEYKPAIHCBKA OPTAHI3ALIA IHBAJIIAIB, XBOPUX HA
MVYKOITOJICAXAPUIO3

BCEYKPAIHCBKA IICUXOJIATHOCTUYHA ACOLIALILA

MYKOIIOJICAXAPU 03U

AJJAIITOBAHA KJITHIYHA HACTAHOBA, 3ACHOBAHA HA IOKA3AX

2015



2

Po6Goua rpyna 3 axanraunii KJIiHiYHOI HACTAHOBH

I'opoBenko
Haranis ['puropisna

['peuanina
Onena SIkiBHa

barpgacaposa
Inrpera BapranoBna

bekerona ['amna
Bonoaumupisua

bepexnnii B’ siuecias
Bonoagumuposnu

byraiioBa
Onena BanepiiBHa

Bbypnauyk Oner
JleoHnimoBry

Bonocosens
Onexcannp
IlerpoBuu

JloHCBKa
Ceitnana bopuciBHa

3aBigyBad Kadeapu MemauyHoi 1 Ja0OpaTOpPHOI TE€HETHKHU
HamionanpHoi MequyHOi akaaeMil MICISOIUIUIOMHOLI  OCBITH
imeni [L.JL.Ilynuka, TofoBHMM mo3amTaTHUN cremianict MO3
VYkpainn 31 cnoemianbHOCTI «l'eHeTMka MeAudHa» (3riTHO 3
HakazoM MO3 Vkpaiam Big 18.09.2014 Ne 482-x), uneH-
kopectionaeHT HAMH Vkpainu, n.mem.H., npodecop (3acTYITHUK
roJI0BH poO0YO0i IpynH 3 KJIIHIYHUX [TUTaHBb)

JUPEKTOp  YKpaiHCBKOIO  IHCTUTYTY  KJIIHIYHOI  T'€HETHKH
XapKiBCbKOTO  HAIIOHAJBbHOTO  MEOUYHOIO  YHIBEPCHUTETY,
rOJOBHMM  mo3amratHuid  crneuiamict  MO3  Vkpainm 31
cneumiagbHocTi «l'eHeTnka MeanuyHa ['eHeTuka mabopaTopHay
(3rigHO 3 HakazoM MO3 Ykpainu Bixg 10.12.2012 Ne 526-k), uieH-
kopecnionzeHT HAMH VYkpainu, n.mea.H., npodecop

3aBigyBad  BIAJUIEHHS  AuTsI90i  Hedpoisorii  JepskaBHOT
ycranoBU «lHctutyT Hedponorii HAMH Vkpainn», I[lpesugent
Acomiamii  HedposioriB  YKpaiHM, TOJOBHUN  TO3alITaTHUMN

cnerianict MO3 Ykpainu 31 cnerianbHocTi «JuTsiua Hedpomorisi»
(3rimHo 3 Hakazom MO3 Vkpaiam Big 10.12.2012 Ne 526-k),

I.Me.H., mpodecop

3aBigyBad Kadeapw AUTIYMX Ta MITITKOBUX 3aXBOPIOBaHb
HMATIO im. ILJI. lllynuka, ronoBHUIM MO3aiITaTHUN CHEIaTICT
MO3 Vkpainu 31 cnemiansHocTi «Ilemiatpisi», (3rigHO 3 HaKa3oM
MO3 Vkpainu Big 18.09.2014 Ne 482-x). n.meq.H., mpodecop

3aBigyBau kadeapu mneaiatpii Ne 2 HamioHaibHOT MeIW4yHOL
akajmemii micimsauruioMHoi ocBith imeHi ILJI.IIynuka, a.men.H.,
npodecop

JOLIEHT Kadeapu MEIUYHOT T€HETUKU XapKiBCHKOTO
HAI[IOHAJILHOTO MEIUYHOTO YHIBEPCUTETY, 3aBillyBad BiIiICHHS
KIiHIYHOI reHeTuku (O6nacHoro uneHtpy CnajakoBoi MaTOJNOTIi
CIIOJIYYHOI TKAHWHU ), K.ME/JI.H.

cekperap I'pomanicbkoi oprasxizartii

[TcuxoniarHocTryHa Acoriarisy

«BceykpaiHcpka

3aBinmyBau Kadenpu memiatpii  HamioHampHOro - MeaMyHOTO
yHiBepcutetry iMmeHi O.0O. boroMonblis, TOJMOBHMI MO3aIlITaTHUN
cnemiamict  MO3  VYkpaimm 31 cnemiambHOCTI  «JluTsda
KapaiopeBMaroinoris» (3rizHo 3 Hakazom MO3 Vkpainu Bif
18.09.2014 Ne 482-k), n.men.H., mpodecop

3aBilyBau LEHTPY AMTAYOI OHKOTE€MAaToJOTii 1 TpaHCIUIaHTAamii
KICTKOBOTO MO3Ky HarionansHOI JUTSH01 crieniaai3oBaHoi JTiKapHi
«OXMATIAUT» MO3 VYkpaiHu, TOJOBHUM TMO3aIITATHUN
cnemiamict  MO3  VYkpaimm 31 cnmemiambHOCTI  «JluTsda



Kamiaceknii
B’sauecnas
Bonoaumuposuu

Komnecuunk
Mukoiaa
OnekciiioBuu

MapTuniok
Bonoaumup
OpiitoBuu

MapieHKOBChKUIA
Irop AnaTtomiiioBud

Marroxa
Jlapuca ®enopiBHa

MocToBEHKO
Paica BacwiiiBaa

Hersxenko
Bacuns 3axapoBuu

OnpxoBUY
Haranis BikropiBHa
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rematoJorist» (3rigHo 3 Hakazom MO3 Vkpainum Bim 18.09.2014
Neo 482-x), k.Me1.H., JOIICHT

3aBiayBad Kadeapu aKylniepcTBa 1 TIHEKOJIOT1l Ta penpoayKTOJIOT 1l
HarmonaneHoi MequuHOl akageMii IMCISAUIIIOMHOI OCBITH IMEHI
I1.JI. Illynuka, rogoBHUi mo3amTaTHU# crerianict MO3 Ykpainu
31 CIemianbHOCTI «AKYIIEPCTBO 1 TTHEKOJIOTIs» (3TIIHO 3 HAaKa3oM
MO3 Vxkpainu Big 18.09.2014 No 482-x), WIeH-KOPECTIOHICHT
HAMH Vkpainu, 1.mef.H., npodecop

nupekTtop iHcTUTYTy Hedponorii HAMH VYkpainu, rojoBHUi
no3amratHuid  creuianict  MO3  YkpaiHu 31  cheniajgbHOCTI
«Hedpomoris» (3rimHo 3 Hakazom MO3 VYkpaiau Big 18.09.2014
Ne 482-k), a.men.H., mpodecop

JTUPEKTOP YKPaiHCHKOT0 MEIUYHOrO IEHTPY peadimiTaiii JiTen 3
OpPraHiuHUMHU YpakeHHSMH HepBoBoi cuctremu MO3 VYkpainu,
roJloBHMI  mo3amratHuid  cnemiamict  MO3  VYkpainm 31
cnienianbHOCTI «Jlutsiua HeBposoris» (3rigHo 3 Hakazom MO3
Vkpainu Big 18.09.2014 Ne 482-k), k.Me[I.H., TOLIEHT

KepIBHUK BIJIAUTYy TCHUXIYHMX pO3JAIIB MITeH Ta MIIIITKIB
VYKpaiHChKOTO HAayKOBO-JOCHIHOTO 1HCTUTYTY COIIAJIbHOT 1
cynoBoi mcuxiarpii Ta Hapkosiorii MO3 VkpaiHu, TOJOBHUN
no3amtatHuid  cneriamict MO3  Vkpainu 31 cHoemiaibHOCTI
«dutsya ncuxiatpis» (3rigHO 3 HakazoM MO3 VYkpainu Bij
18.09.2014 Ne 482-x), k.M. H.

3aBigyBad Kadenpu CIMEHHOI MEIMIIMHU Ta amMOyJaTOpHO-
MMOJIKITIKHIYHOT jgormoMord HaroHanbHOI MeIU4YHOI akajaemil
micasaaumaoMHoi  ocBitm  imeni  [LJI. Illynmka, romoBHHI
no3amrtatHui  coeriamict MO3  Vkpainu 31 choemiajabHOCTI
«3aranpHa NpaKkTHKa — CiMEWHa MeIuIMHa» (3riAHO 3 HaKa30M
MO3 Vkpainu Big 18.09.2014 Ne 482-k), n.men.H., mpodecop

3aBiqyBady JUTAYOro 1HQEKIiiHOTO BiaauieHHs HaiioHanbHOi
muTsdoi crnerianizoBanoi gikapai «KOXMATIUT» MO3 Vkpainu,
roJIoBHUN  mo3amTatHui  cmemiamict  MO3  Vkpainm 31
crnemiaabHOCTI «[lemiatpis» (3rigHo 3 Hakazom MO3 Ykpainu Bijg
10.12.2012 Ne 526-k), k.Me/1.H.

3aBiyBay KadeApu TMpOMNEeNeBTUKU BHYTpIMIHIX XBOopoO Nel
HamionansHaoro MEINYHOTO YHIBEPCUTETY iMeHl1
0.0. boroMoJipIlg, TOJOBHMM mo3amTaTHUi cremiagict MO3
VYkpainu 31 cneuianbHocTi «Tepamis» (3rimHo 3 Hakazom MO3
VYkpainu Big 18.09.2014 Ne 482-k), unen-kopecnongeHT HAMH
VYkpainu, a.MeJ.H., mpodecop

3aBigyBad  jgaboparopii  MEAWMYHOI TEHETUKHM  MEIUKO -
TeHETUYHOro IIeHTpy HallioHanpHOT JUTA4YOI Creliaai3oBaHOl
nikapai «OXMATIAUT» MO3 VYkpaiau, roloBHHIA MO3AIITATHUHA



Open Omnbra
OreriBHa

[Tiukyp
Haranis
OnekcaHapiBHa

Poccoxa 304
IBaniBHA

TkaueHKO
Onena BacumisHa

Xap4yeHKo
Haranis
B’suecnaBiBHa

Manpin
Omner 'ennaaiitoBuy
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cnemiamictr MO3  VYkpaimm 31 crmemiansHOCTi  «I'eHeTHKa
naboparopra» (3rigHo 3 Hakazom MO3 Vkpainu Bixg 18.09.2014
No 482-x), k.061051.H.

acmipaHT kadeIpu KIIHIYHOI TCHXOJOTii Ta ICUXOJ1arHOCTUKH
KuiBcbkoro  HaIllOHAJIBLHOTO  yHIBepcuUTeTy  iMmeHi Tapaca
Illeuenka, wumeHn KwuiBckkoro  BimauieHHs  ['pomanchbkoi
opranizaiii «Bceykpainceka [IcuxoaiarnocTuana Acoriarisn

3aBigyBad lLleHTpy MerabomiyHMX 3aXxBOproBaHb HarioHanbHOT
TuTsA401 crerianizoBanoi JgikapHi «OXMATIUT» MO3 Vkpainu,
K.MEJI.H.

TUpPEKTOp pedepeHc-IeHTpY 3 MOJICKYJISIPHOI  JIarHOCTHKH
MO3 Vkpainu, K.M€JI.H.

3aBigyBad kadempu HeBposorii Ne2 HamioHanmbHOI MeauyHOT
akanemii micnaaurioMHoi oceitu iMeni [1JI. lynuka, n.mem.H.,

npodecop

3aBigyBad KadeIpu TacTpOSHTEpoJIoTii 1 JIETOJOrii, aekaH
TepaneBTUUHOrO ¢akynprery HarmoHanbHOi Meau4HOi akamemil
M CIS AUILUIOMHOT OCBITH imeni [1.JI. llymnuka, TOJIOBHUI
nmo3amraTHui  crneriamict MO3  VkpaiHu 31 cHemiajabHOCTI
«T"acTpoentepomnorisi» (3rizHo 3 HakazoM MO3 VYkpaiHu BiX
17.11.2014 Ne 622-x), unen-xopecnionaeHT HAMH Vkpainu,

J.MeJI.H., Tpodecop

3aBiayBad BIAAUTY TMpoOJieM XapyyBaHHS Ta COMAaTHYHUX
3aXBOPIOBaHb JiTe paHHBOro BiKy Jlep:kaBHOi ycTaHOBU
«lacTuTyT meniatpii, akymepcrsa i rinekonorii HAMH VYkpainuy,
roJOBHMM  mo3amratHuid  cneuiamict  MO3  Vkpainum  3i
cnemiaibHOCTI «JluTsiua racTpoeHTeposiorish» (3riAHO 3 Haka3oM
MO3 Vkpainu Big 18.09.2014 Ne 482-k), n.men.H., mpodecop

Metoanunauii cynpoBia Ta iHpopMalliiiHe 3a0e3neueHHs

Jlinmmuaa
Onena MuxaiiyiBHa

I'opox €Breniit
JleoHizoBHUY

Mensauk CBreHis
OnexcanapiBHa

[Munkina Onena
OnekcanipiBHa

JTUPEKTOp JETMapTaMEHTy CTaHJapTU3aIii MEIUYHUX TIOCITYT
HepxxaBHoro mianmpueMcTBa «JlepkaBHUN  EKCIEPTHUM  LIEHTP
MO3 Vkpainu», K.MeJI.H., CT.H.C.

HAYaJIbHUK BTy  SKOCTI  MEOUYHOI  JONOMOTH  Ta
iHbpopMalifHUX ~ TexHoJorid  JlepkaBHOro  miANpUEMCTBA
«/epxaBuuii excrieptHuid neHTp MO3 Ykpainu», K.TeX.H.

HaYaJIbHUK  BIAJAUTY  JOKa30Boi  MenuuuHu  JlepkaBHOTO
nignpueMctBa «JlepxkaBuuit excriepTHuil nentp MO3 Ykpainn»

HAayaJlbHUK BUIIUTY METOJUYHOTO 3a0e3MedyeHHsT HOBITHIX
TexHoyorii 'y chepi  oxopoHi 3m0poB’ss  JlepxkaBHOTO
nianpuemctBa «/lepxxaBuuii excieptauii neHTp MO3 Yipainm»
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Mirens Onexcanap 3aBiJlyBad CEKTOPY €KOHOMIYHOI OLIHKA MEIUYHUX TEXHOJOTIH
Bonoaumuposuy JlepxaBHOTO MigNpUeEMCTBA «JlepkaBHUN E€KCIEPTHHHA IIEHTP
MQO3 Vkpainu»

Jep:xkaBHuii ekcnepTHHil HeHTP MiHicTepcTBa 0XOPOHH 310POB’°sl Y KPAiHH € YJIEHOM

Guidelines International Network P I,
(Mi>xxHapogHa Mepeka HaCTaHOB) ¥ f’%
! ' 11
3 o3
4 ~
Yopmyoe
ADAPTE (®paniis)
(MixxHapoJHUN MPOEKT 3 aanTallii KJI1HIYHUX HACTAHOB) ‘
>
PeunenzenTu
AKorsiH l'asne 3actynmHuk  nupekropa JlepkaBHOi  ycraHoBU  «lHCTHTYT
PyGeniBHa cragkoBoi marosiorii HamioHanbHOi akazemii MEIUYHUX HayK

Ykpaiauy, 1.me1.H., npodecop
OXO0THIKOBa Onena 3aBimyBau kadenapu memiatpii Ne 1 HamioHanbHOT MegMIHOL
MuxkonaiBHa akajgemii micasaaurioMuoi ocBitu iMeHi [1LJI. Illynuka, m.mem.H.,

npodecop

JaTa HactynHoro neperJsaay: jJiotuii 2018 poky.



3MICT

CnHcok CKOpOYEHb

[lepenMoBa MyIbTUANCHUILTIHAPHOT POOOUYOT TPyHH 3 ajanTallii KJIIHIYHOT
HacTaHOBU. CHHTE3 TAHUX

3arajibHa 1Hpopmarris, KJIIHIYHA KapTHHA 1 Kyacudikaris
mykornoJjicaxapuao3y I, II 1 VI tuny

bioxiMiuH1 Ta TEHETUYHI aCTIEKTH

['eHeTnuHI acrieKTH

['eHeTrYHE KOHCYJIBTYBAaHHS Ta MPEHATaIbHA J1arHOCTUKA

JlikyBaHHs

TpancmianTallisi reMONIOETUYHUX CTOBOYPOBHX KIIITHH

depMeHTHA 3aMiCHA Teparis

OCHOBHI TPUHIIUIH TPOBEEHHS (DEPMEHTHOT 3aMICHOI Teparii
[lepcniekTUBHM Ta BUCHOBKHU

Crnucok JitepaTypu

Cnucok JiTeparypu, BHUKOPUCTAHOI B TIPOIIECl ajanTarlii KJIiHIYHOI
HAaCTaHOBU

Honarok 1. Metonosnorist po3podku aokymenty Mucopolysaccharidosis I,
I1, and VI: Brief review and guidelines for treatment, 2010

Honarok 2. Knacudikamiss Mykononicaxapuao3iB  3a  010XIMIYHUM
nedexrom (Lysossomal storage Disorders. A Practical Guid, Ed.A. Mehta,
B.Winchester,p.94-100)
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MYKOIOJIICAXapHu103

MarHiTHO-pe30HaHCHA ToMorpadis

HarmrionanpHa auTsda crieriaaizoBaHa JiKapHs
«OXMATIUT» MO3 Vkpainu
TPaHCIUIAHTAIISl TEMOTIOSTUYHUX CTOBOYPOBUX KITITHH

dbopcoBaHa KUTTEBA EMHICTD JIETCHb
dbepMeHTHa 3aMicHA Teparmis

LHEHTP METaOOIIYHUX 3aXBOPIOBAHb
HETHITICPUTAHIYMXIIOPHT

[EHTpaJIbHa HEPBOBOA CUCTEMA

MIBUJIKICTH MMPOBEJCHHS HEPBOBUX IMITYJIBCIB
KOe(DIIIEHT 1HTEIEKTY
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MNEPEJMOBA MYJbTUAUCHUILUIIHAPHOI POBOYOI TPYNU 3
AJJAITAII KJITHIYHOI HACTAHOBU. CUHTE3 JIAHUX

JlaHa KJIiHIYHA HACTAHOBA € QJANTOBAHUM JUIsI CUCTEMHU OXOPOHH 37I0POB'S
VYKpaiHu CUHTE€30M KJIIHIYHUX HACTAHOB:

Mucopolysaccharidosis I, Il, and VI: Brief review and guidelines for
treatment, Sociedade Brasileira de Genética, Brazil, 2010;

Guidelines for the treatment of Mucopolysaccharidosis Type 11 (MPS
Il) disease through the Life Saving Drugs Program, The Department of
Health and Ageing, Australian Government, 2012;

Guidelines  for the  Investigation and  Management  of
Mucopolysaccharidosis type I, UK multidisciplinary group, 2010;

Mucopolysaccharidosis type Il: Guidelines for Assessment, Monitoring
and Enzyme Replacement Therapy (ERT), UK multidisciplinary group, 2010;

Mucopolysaccharidose de type |. Guide ALD [Mucopolysaccharidosis
1], HAS (FR) - French National Authority for Health, France, 2010

B Vkpaini npuiinaro 3akon VYkpainm Nel213-18 Bixg 15.04.2014 «IIpo
BHECEHHsI 3MiH 70 OCHOB 3aKOHOJIaBCTBa YKpaiHU MPO OXOPOHY 37A0POB’S 1100
3a0e3MnedeHHs MPOPUIAKTUKY Ta JIKYBaHHS piIKICHUX (Op(aHHMX) 3aXBOPIOBAHbY
(BBoguthess B mito 3 01.01.2015 poky), SIKHM Ma€ peryjroBaTUCS JepiKaBHE
3a0€e3MeUeHHs] 3aX0/AIB 3 MPOQIIAKTUKHU PIAKICHUX (op(aHHUX) 3aXBOPIOBaHb, 10
SKUX BIJIHOCATBCS 1 MYKOTIOJIICAaXapuJI03H, Ta OpraHi3allilo HaJaHHS rpoMassHaM,
Kl CTPaXJalTh Ha TakKi 3aXBOPIOBAHHS, BIJMOBIAHOI MEIUYHOI JOMOMOTH.
Boanouac ciiji 3ayBakKUTH, 1110 KJIIHIYHI TPOTOKOJIH, SIKI PETJIaMEHTYIOTh HaJlaHHS
MEJIMYHOI JOTMOMOTHY TallleHTaM 3 MYKOIoJicaxapuao3aMyd Ha OCHOBI Cy4acHOIi
MDKHApOAHOT 1HGoOpMaIii [0J0 JIKYBaHHS ILBOTO TSXKKOTO 3aXBOPIOBAaHHS B
VYkpaiHi BiICYTHI.

Jlany ananToBaHy KJIiHIYHY HACTAHOBY IIPOIIOHYETHCS PO3TIIAIATH SK
iH(opMalliiiHe pKepesao 100 BUOOPY METOAY M1arHOCTMYHOI Ta JIKYBaJIbHOT
TaKTHUKWA TpU MyKormouicaxapuao3ax. CTaHmapTé JIKyBaHHS BU3HAYaIOThCS Ha
OCHOBI BCIX KJIIHIYHHUX JaHHUX, AOCTYITHHX JJISI KOKHOTO OKPEMOTrO BHIAIKY,.
BukoHaHHST peKOMEHalliii HAaCTaHOBU HE € TapaHTOM YCIIIIHOTO Pe3yJIbTaTy
3aXBOPIOBAHHS B KOXKHOMY pa3si, iX TaKOK HE BapTO IHTEPHPETYyBaTH K Taki, IO
BKJIFOYAIOTh yC1 BIAMOBIIHI METOAM JIIKYBaHHS a00 BHKJIIOYAIOTH 1HII MOYJIHBI
METOJY JIKYBaHHS JJIsi JOCATHEHHS pe3yibTariB. OCTaTodyHe pIIIEHHS 010
BUOOpPY MEBHUX KIIHIYHUX MPOUEAYp Ta IUIaHy JIIKyBaHHS NOBUHHE OYyTHU
YXBaJICHE 3 YpaxXyBaHHAM KIIHIYHUX JaHHUX, OTPUMAHUX Yy KOHKPETHOTO ITaIli€HTa,
pe3ynbTaTiB JIarHOCTUKH 1 MPUUHATHUX METO/IB JIIKyBaHHSI.

Po3pobka YHipikoBaHOTO KIIHIYHOTO MPOTOKOIY MEAUYHOI JOTIOMOTH JIJIst
MaIi€HTIB 3 MYKOTMOJIICaXapuI030M € HaJ3BUYaWHO BaXKJIWMBHUM 3aBIaHHSM, SKE
BUKOHYETHCSA B paMKax MYJIbTHAMCIUILUTIHAPHOI TPOTpaMH HaJdaHHS MEIUYHOI
JIOTIOMOTM  Ta 3/A1MCHEHO Ha OCHOBI JI0Ka31B €(QEeKTHUBHOCTI BTPYyYaHb,
dbapmakoTeparnii Ta opraHi3ariiHuX TPUHITUIIB 11 HaJaHHS, 110 BUKJIAJCH] B TaHIN
aJIaNTOBaHI¥ KIIHIYHIN HACTAHOBI.
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Mucopolysaccharidosis I, 11, and VI: Brief review and guidelines for treatment,
2010:

Mykomnosicaxapuio3u TMPEACTaBISIOTh COOOK0 Ipyny BPOKEHMX TNOPYIICHb
MeTa60J113My, BUKJIMKAHUX JE(PIIUTOM cneuncpquHx JT130COMaIbHUX (PEPMEHTIB,
Kl ~ BIUIMBAIOTh HA  Karaboji3M  [iiko3aMmiHOTmiKaHiB.  HakonmudeHns
TJIIKO3aMiHOTIIIKaHIB y PI3HUX OpraHax i TKaHWHAaX MaIli€HTIB, SKi CTPaKIAIOTh Ha
MYKOTIOTiCaXapu1031, MPU3BOJUTH IO PO3BUTKY PI3HHX O3HAK 1 CHMIITOMIB, SKi
00yMOBITIOIOTh MYJBTUCUCTEMHY KJIIHIUHY KapTUHY. Ha choromHimHii neHs 0yIio
inentudikoBano 11 nedekrtiB depMeHTIB, SKI BUKIUKAIOTH [ PI3HUX THIIIB
mykomnosmicaxapumo3y (Neufeld i Muenzer, 2001).

JUis  M1arHOCTUKHM, JIIKYBaHHS ~Ta  CIOCTEPE)KEHHS 3a XBOPUMU  Ha
MYKONOJIICAXapUI03  PEKOMEHAYEThCA  ydacTb  Oararompo(uibHOI  Tpymnu
creniaiicTiB-(haxiBIiB, OCKUIBKM 11 3aXBOPIOBAHHS € PIAKICHUMH Ta BILUIMBAOTh
Ha pi3Hi cuctemu (Muenzer, 2004). I'pyna Opa3wibCchkux (axiBIiB, SKi MarOTh
JOCBIJT y JiKyBaHH1 Ouibln, HiX 200 mMami€eHTIB 3 MYyKOIOJIiCaxapuao3oM Ta
IPEACTABIIAIOT, BCl PEriOHM KpaiHW, 3yCTPLIUCH, MO0 pPO3POOHUTH 1 KEpiBHI
OPUHIUON Ui JIIKyBaHHS Mykonomicaxapuaosy |, II ta VI tunmy, nns skux Ha
JTAaHUM Yac iICHYIOTh crieliidiuHi CIOCOOH JIIKyBaHHS.

3AT'AJIBHA THOOPMAIIA, KIITHIYHA KAPTHUHA 1T KITACUDIKALIA
MYKONOJJICAXAPUIO3Y I, 11 I VI TUITY

MyxkonoJicaxapuao3 I tumy

Myxkonomicaxapuno3 | Tunmy — 1€ XpoHIYHA MpOTpecyrda MYJIbTUCHCTEMHA
Ji30cOoMalibHa XBOPOO0a, 110 BUHUKAE Yepe3 HEJOCTATHIO a00 BIJICYTHIO aKTUBHICTh
bepmenty anbda-L-imyponigazu. Pi3Hi MyTaiii MOXYTh BUKIMKATH 3MIHU
aKTUBHOCTI (epMeHTy anb(da-L-imypoHigasa, sfiki CympoBOIKYIOThCS, 30KpEMa,
KJIIHIYHOIO MIHJIMBICTIO, IO CITOCTEPIraeThesl BIPOJIOBXK 3axBoproBanHs (Hirth ta
iamn, 2007; Pastores Ta inmi, 2007). Mykomnomicaxapuao3 | tumny, sk i OLIBIIICTD
JT130COMATBHUX XBOPOO, YCIIAKOBYETHCS 32 ayTOCOMHO-PEIIECUBHUM THUIIOM 1 Ma€
nommpenicth npubnu3no 1 sunagox Ha 100000 HapomkeHux giTedt 11t GEHOTHITY
I'ypraep i 1 Bumagox Ha 800000 Hapomxenux miteit mist penorumny Ileiie (Lowry
ta igmi, 1990; Nelson, 1997; Meikle ta inmi, 1999; Poorthuis ta immi, 1999;
Neufeld i Muenzer, 2001).

Haiiwactimumu mposiBaMu MyKormosicaxapuaosy | Tuiy € XxapakTepHi pucu
oOnMYYs, TOMYTHIHHS POTIBKHM, MaKpOIJIOCis, BTpara Ciyxy, Tiaporedaris,
KapJionarisi, mpo0jeMu 3 JUXaHHSIM, TeNaTOCIUICHOMETallisl, maxoBa Ta MYINKOBa
KWJIa, MHOXXUHHI JM30CTO3M, OOMEXKEHa pPYXJUBICTh CYIJIOOIB 1 MOPYIIEHHS
KOTHITUBHOT (pyHKIii. KpiM TOro, HaKOMMYEeHHs TJIIKO3aMIHOTJIIKAHIB Y PUTIIHHUX
CTPYKTYypax 1 mapachiHaJbHUX 3B'I3Kax 301IbIIY€E MOTEHI1A)I 3aXBOPIOBAHOCTI, 1110
IPHU3BOJUTH J0 3HAYHOI'O PHU3UKY I IIHHHOro Bimaiay xpebra (Hite Ta immm,
2000; Weisstein Ta iumri, 2004; Fuller ta ixmm, 2005). V 3B's3ky 13 3alydeHHIM
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pI3HUX OpraHiB 1 TKAaHMH NAaI[leHTH 3 MYyKoIojdicaxapuno3om | tumy yacto

noTPeOYIOTh XIpypriYHOTO BTPYYaHHS 3 BHCOKOIO 4acTOTOK yckiaaHeHb (Ard ta
a1, 2005).

Guidelines for the Investigation and Management of Mucopolysaccharidosis
type 1, 2010:

[Tamieatn 3 MIIC 1 mominstoTbCs HAa TpU TPYNU BIAMNOBIAHO A0 KIIHIYHHX
cunapomiB — I'ypnep, 'ypnep-llleite ta Ileiie. 1li Tpu ¢eHoTHIIM HE MOXKHA
PO3PI3HUTH 32 TOIIOMOTOI0 3BUYAHMX JIIarHOCTUYHUX MPOLEAYp, TOMY IO y BCIX
NAIIEHTIB CIOCTEPIra€ThCsl HENOCTaTHS AaKTUBHICTh anb(a-L-igypoHigazu 1
BUJIUIEHHS HaJIMIPHOI KUIBKOCTI remapaHcyibdary 1 aepMaTaHcyibdaTy. Takum
YUHOM, ()CHOTHUIT IMAIIEHTIB BU3HAYAETHCS HA OCHOBI HASBHUX CHMIITOMIB 1 iX
TsoKKocTl. Cunzapom ['ypiep € HalOUTbII BaXXKUM KJIIHIYHUM  (PEHOTHIIOM,
cunapoM ['ypnep-llleiie € nmpomixkHUM KITIHIYHUM (eHOTHNOM, a cuHapoMm Llleiie
XapaKTEPU3YEThCA OLIbII M’ IKuM KiiHigauMm (enorunom’ 2. Onnak, icHye 3HauHa
HEOJHOPIAHICTh TSHKKOCTI MEepedIry 1 CYKYHMHOCTI CHMITOMIB Y MEXaxX KOKHOTO
KJIIHIYHOTO (DEHOTHUIly, KpiM TOro, ICHYy€ 3HA4HM 30ir CUMIOTOMIB TpPbhOX
cunapomish >4,

Mucopolysaccharidosis I, 11, and VI: Brief review and guidelines for treatment,
2010:

Baxka ¢opma (cunapom I'ypaep): Le naiiBakuniit MIIC | I' penorumy (Soliman
ta iumn, 2007), sKuil XapakTepU3yeThCsl MOPYIICHHSIM KOTHITHBHOTO PO3BHUTKY,
MPOTPECYIOUUM OTPYOIHHSAM pPHUC OOJHYYS, HHU3BKUM 3pPOCTOM, 30UIBIICHHSIM
S3UKa,  OMYKIMM  JIOOOM, maxoBUMH ~ a00  TYNMKOBUMH  KHJIAMH,
renaToCIyICHOMETaNIEl0, TUXaIbHOK HEIOCTATHICTIO, MATOJIOTIEI0 KIIalaHiB ceplld,
KapJlIOMIOMaTi€l0,  TOB’SA3aHOI0 3  eHAoKapAiadbHUM  (PiOpoenacTos3om,
PELUUANBYIOYMM CEpPEAHIM OTHTOM, IMOMYTHIHHSIM pPOTIBKH, MpOsiBAaMU 3 OOKY
CKEJIETHO-M S30BOi CHCTEMH, HAMPUKIIAJl, CKYTICTIO CYIJIO0IB 1 KOHTPAaKTypamu, a
TaKOX MHOXWHHHMH JTU30CT03aMH. CHMNTOMH BUHHUKAIOTH IICIS HAPOMIKCHHS 1
mBHIKO TporpecyroTh (Pastores Ta inmri, 2007). BijblIicTh MaIi€HTIB 3 TSHKKUM
dbeHOTUNOM, SIKHM HE TMOYaJlid TMPOBOJUTU JIKYBaHHS, pPaHO BMHUPAIOTh, ¥
cepenaboMy y Bimi 10 10 pokiB, depe3 PO3BUTOK YCKIATHEHb, TOB'SI3aHUX 3
YPOKEHHSM TOJIOBHOTO MO3Ky a00 KapjiopecrmipaTOpHUMH MpobieMaMu
(Weisstein Ta inmri, 2004; Boelens, 2006).

Guidelines for the Investigation and Management of Mucopolysaccharidosis
type 1, 2010:

3ranagxena ¢opma (cunapom I'ypuaep-Ileii€): Cumnromu cunapomy ['yprep-
[leiie (MIIC 1T-1II) BxmOYaTh, ajle HE OOMEKYIOTHCS MHOXHHHHUMHU
JM30CTO3aMH,  HEBEJIIMKUM  3pOCTOM, XapaKTepHUMHM pHUCAMH  OOJIMYuYS,
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NOMYTHIHHSIM POTIBKH, PUTIAHICTIO CYTJIOOIB, TIyXOTOIO 1 Ypa)KeHHSM KIIallaHiB
cepis.

VY manienTiB 3 cunapomom ['ypnep-llleite maiixe He crocTepiraeTscsi abo B3araii
BIJICYTHA po3ymMoBa AUCPyHKIis. CUMITOMH y TAI€HTIB 3 cuHApoMoM ['yprep-
[leiie MOYMHAIOTH BUSBIATHCS Y BIilll Bi TPhOX N0 BOCBMU pOKiB. CMepThb
3a3BMYail HAcTa€ BOPOJOBXK APYyroro abo TPETbOTO MECATUIITTS JKHUTTS Bij
cepleBoro Ta/abo pecmipaTOpHOTO 3aXBOpIOBaHHA. lIpuunMHOIO cMepTi MEBHOI

KiIBKOCTI NAIIIEHTIB € yCKNIaJHEeHHs BHACHIIOK aHecTe3ii >4,

Cunapom Ileiie: Cumnromu cunapomy Illeite (MIIC 11II) BrIrOYarOTH
PUTITHICTh CYTJIOOIB, BaJud CTYJKOBOTO amapaTy cCepili, rernaTocIuieHOMETraiio
CJ1a0KOTr0 CTYIEHS 1 MIOMYTHIHHS POTIBKU. Y TaIieHTiB 3 cuHapomom [llelie maiixe
HE CIIOCTEpIraroThcsi ad0 B3arajil BIJACYTHI HEBPOJIOTIYHI MPOOJEMH, BOHHU, SIK
IpaBUJIO, MAIOTh BIANOBIIHUMN A0 BIKY 3pICT 1 MOXKYTh MAaTH CEPEIHbOCTATUCTUYHY
TPUBAJICTh JKUTTS, X04a y OUIBIIOCTI 3 HUX CIIOCTEPIraeThcsa 3pOCTaHHS (I3UUHOI
HECITPOMOYHOCTI, 1 0arato Maimi€HTiB IOMUPAE B CEPEAHBOMY BIlll MTEPEBAKHO BiJl
XBOpOOM ceplis, OJHAK TaKOX ICHYE 3HAayHa KUIbKICTh TAlI€HTIB, Yy SKHUX
PO3BUBAETHCS JIeTaJbHA KOMIIpECIss MIMHHOrO BiaAury Xxpedrta. Cummromu, SK
IPABUJIO, IOYNHAIOTh MPOSBISATUCS MICIS IT'SITU POKIB, 3 NOCTAHOBKOIO JI1arHO3Y
mixk 10 i 20 pokamu? 1011,

VY mnaiieHTiB 30€pira€ThCsi HOPMAIBHHUM 1HTEIEKT, 1 BOHH JOXKUBAIOThH JI0 3p1JI0T0
Biky (Pastores ra inmri, 2007).

Mucopolysaccharidosis I, 11, and VI: Brief review and guidelines for treatment,
2010:

Myxkomnoaicaxapuao3 |l Tumy

Myxkonomicaxapunos Il Tumy (a6o cuaapom XaHTepa) € PiIKiCHUM TeHETUYHHM
3aXBOPIOBAHHIM, BUKJIMKAHUM Je(ILUTOM J1130COMAIBHOIO (DEPMEHTY 11ypOHAT-
2-cynb(arasu. [lommpenicts Mykomomicaxapuno3y |l Tuimry cTaHOBUTH PUOIN3HO
Bix 0,31 mo 0,71 ma 100000 nHoBonapomkenux miterr (Nelson, 1997; Nelson ta
iamri, 2003; Baenher ta inmm, 2005), i BiH 3ycTpidaeThcs MaiKe BUKIIOYHO Y
MOJIOJIUX YOJIOBIKIB, TOMY IO II€ CTaH, MoB's3aHuil 3 X-xpomocomoro. [Ipote
HEIO/IaBHO OyJIM OTMHCaH1 BUMAAKU PO3BUTKY ITi€T XBOPOOHU Y JKIHOK, 1 B OaraThox
BUIIA/IKAaX KJIIHIYHA KapTHHA € TAKOK CaMoIo, K 1 y Mojoaux yosoBikis (Tuschl Ta
i, 2005). Mykomomicaxapuao3 Il Tumy € XpOHIYHUM IPOTPEeCyrOUnM
3aXBOPIOBaHHIM, NIPU SKOMY KIIIHIYHA KapTHUHA 3a JACSIKUMHU acClEeKTaMH CXOXka 3
KapTHUHOIO MpH MyKomnoJjiicaxapuaosi | Tumy: icHye 3HayHa BapiaOeNbHICTh Y
KJIIHIYHUX TMPOSIBAX, BKJIIOYAIOUM 3aly4Y€HHSI LEHTPaJIbHOI HEPBOBOI CHUCTEMH, 1
TOMY 1I€ 3aXBOPIOBAHHS MOXHA MHIAPO3JIUIMTH HA BaXKy a00 «HEUpOMaTHUHY»
dbopMy Ta 3riakeHy abo «He Heipomarmuny» (opmy (Martin ta inmm, 2008;
Wraith Ta inmi, 2008).
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VY martienTiB 3 MykonoJicaxapuao3om |l Tumy po3BuBaeTbCS AUCHYHKINS BEPXHIX
JTUXaJTbHUX ILIAXIB, SKYy MOKHA TOJUIMTH Ha OOCTPYKTHUBHY Ta PECTPHKTHBHY
muchyrkiiro (Sanjurjo-Crespo, 2007; Wraith ta iamri, 2008). V Takux maiieHTiB
TAaKOXX BIAMIYA€THCS OLIBIIA YACTOTa PEUUAMBYIOUMX PECHIpaTOpHUX 1HGEKIiN
(Martin ta iami, 2008). [HIIMM 9acTUM YCKIIATHEHHSIM, SIKE TAKOXX BHHUKAE 1 TIPU
IHIIX TUTIAX MyKoOIomicaxapuao3y, € amHoe yBi cHi (Sanjurjo-Crespo, 2007,
Martin ta inmi, 2008; Wraith ta ium, 2008). Illo cTocyeTbes MOPYIICHbL 3 OOKY
CKEJIETHO-M S30BOTO amapary, TO MOKe€ BUHUKATH CKYTICTh CYIJI00iB, IUCILIA3is
Ta3zy Ta aHomaii xpeomiB 1 pedep (Sanjurjo-Crespo, 2007). IIposiBu 3 00Ky KiCTOK
HA3UBAIOTHCSI «MHOKHHHUM JIMU30CTO30M» Ta XapaKTEPU3YIOTHCS MOPYIICHHSIMHU Y
pisaux kictkax (Martin ta inmr, 2008). IIposiBu 3 OOKy IILTyHKOBO-KHIIIKOBOTO
TPaKTy  BKJIIOYAIOTh  TIemaTOMErallifo, IO  MOXE  CyNpPOBOKYBAaTHUCh
cruieHoMeraiero (Wraith ta immi, 2008). YacTo Tako)X BHHHMKAIOTh IYIKOBI Ta
naxoBi kuau (Sanjurjo-Crespo, 2007; Martin Ta inmi, 2008; Schumacher Ta immm,
2008). V 6iibmIocTi Mali€HTIB PO3BUBAETHCS PEIUAUBYIOYHI OTHUT 1 PAKTUYHO BCi
HaIliEHTH MAlOTh BTpPATy CIyxXy aeskoro cryreHto (Martin ta inmri, 2008). ¥V mux
MaII€HTIB MOXYTh CIOCTEpIraTHUCh aHoMallii 3y0iB, a TakoX TinepTpodis Ta
rinepruiasis siced (Martin Ta inmr, 2008). Kapaionoridai mposiBU € 4aCTUMU 1, 5K
IPaBUJIO, CIOCTEPIralOThCSl B MEXaxX S5-piUHOrO BIKY, 1 IIi MOPYIIEHHS 3a3BUYaid
CTalOTh OCHOBHOO mpuunHOt0 cMepti (Martin ta ixmi, 2008). [Tposiu 3 60Ky oyeit
BKJIIOYAIOTh HAOpSK AHMCKY 30pPOBOTO HEPBY, aTpodird 30poBOro HEpPBY Ta
auctpodiro citkiBku (Anawis, 2006; Martin Ta ixmm, 2008; Schumacher ta immi,
2008). ¥ martiedTiB 3 MyKomosicaxapumao3oM |l THIy TakoX BiMIYarOThCs HIKIPHI
3axBoproBaHHs, Hanpukiaa, ripcytusm (Wraith Tta inmn, 2008), MOHTOJIBCHKI
UMM Ta TAIyJIbO3H1 YpaXKeHHsI, BUKJIMKAHI BIJIKJIaJICHHIMH TJ1KO3aMIHOTJIIKaHiB,
1 BOHH BBaXKAIOTHCS XapaKTEPHUMH IS IIHOTO THITY MYKOIOJicaxapuao3y, Xoda
BUHHUKAIOTh 1 MpH IHIMMX TUnax 1poro 3axpoproBanus (Ochiai ta ixmi, 2003;
Martin ta inmi, 2008, Wraith ta inmi, 2008).

3 HEBpOJIOTIYHOI TOYKH 30py NPUOJM3HO Yy JABOX TPETUH TNAIIEHTIB 3
MyKonoJiicaxapuao3oM |l Tumy BiMIuarOThCs Taki NPOSIBH, SIK 3aTPUMKA PO3BUTKY
ta/abo HeBpoJoriuynuii perpec (Schwartz ta inmm, 2007). Lli naHi Bka3yloTh Ha
MPUCYTHICTh «HEUPOMATHYHO» (OPMH 3aXBOPIOBAaHHSA. Y TAIIEHTIB 3 TSHKKUAM
nepedbirom XBOpoOM MOXXYTh BHUHUKATHU emuientuyHi Hamamu (Martin Ta iHIm,
2008), sAki 1HOAI TPOSIBISETHCA HA TMOYATKYy HEHUPOJETCHEPATUBHUX MOPYIICHb.
[Tpu TsxKOMy mepeliry XBopoOHW MOKYTh TaKOXX BHHHUKATH MOBEIIHKOBI 3MiHH,
Taki SK TiMEePaKTHBHICTh, arpecuBHicTh 1 Brepricts (Martin ta inmi, 2008).
3rmampkena («He HedpomathdyHa») (opMa XapaKTepH3YeThCs BIACYTHICTIO abo
JMIEe HEe3HAYHUM 3JIyYCHHSM LIEHTPaJbHOI HEPBOBOI CHCTEMHU 31 30€peKEeHHSIM
IHTEJIEKTY Ta OUIBIIOI TPUBAIICTIO XUTTS. [HO1 BaXXKo Kilacu]ikyBaTH BUIAJIOK,
TOMY IO ICHYIOTh MaI[l€EHTH 3 TPOMIXKHUMH XapaKTEPUCTUKAMH, TAKUMU SIK paHHIN
MOYATOK MOPYIIEHb 3 OOKY AMXaIbHUX IUIAXIB, MPOrpecyroya 00CTPYKIisl BEPXHIX
JTUXaJIbHUX IUISIX1B, CTUCHEHHS Xpe0Ta, a TAKOXK 1HIIMMH O3HAKAMU 1 CUMIITOMaMHU
(Frossairt ta immi, 2007; Sanjurjo-Crespo, 2007). Moxe TakoX BHHHKATH
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BIAKpUTa rifponedanis Ta CHHIPOM CTUCHEHHS CIMHHOTO MO3KY, a TaKOX
CHHJpOM 3ar'sictHoro kanaiy (Martin Ta iami, 2008).

Myxkonoaicaxapuno3 VI tumy

Myxkormomicaxapuno3 VI tuny (abo cmHmpom MapoTto-Jlami) — 1e piakicHa
ayTOCOMHO-pEIECBHA F€HETUYHA XBOPOOa, 1110 BUKINKaHA JehiuTOM (HEepMEeHTY
N-anerunranakro3amin-4-cynbdartazu/apuncynbdarazu B. 3a oninkamu, yactoTa
mykornojicaxapuao3y VI tuny cranoButs 0,23 Ha 100000 HOBOHApOKEHUX JiTEH
(Baenher Ta inmri, 2005), ane monepeaHi gaHi, oTpuMaHni B bpasuiii, Bka3yioTh Ha
Te, mo 1 yactota € Bumoro (Coelho ta inmm, 1997; Albano ta inmri, 2000).

Y namieHTiB 3 MyKomoJicaxapumao3oM VI TuIly  BIIMIYA€EThCS  3HAYHA
Bapia0eIbHICTh MYJBTUCUCTEMHUX CHMITOMIB 3 XPOHIYHHM 1 MPOTPECyrOYUM
nepedbiroM XBOopoOH, MpH fAKid, B MEPIIY YEPry, CTPAKIAE CKEIETHA Ta CEPLEBO-
JIereHeBa CHUCTEMHU, POTiBKa, IIKipa, MEYiHKa, CEJIe31HKa, TOJIOBHUM MO30K Ta
MO3KOB1 000710HKH. COMaTHYH1 ypaKeHHSI MOXYThb OyTH TaKMMH CaMUMHU, K 1y
J0JIe 3 MyKomoJiicaxapusio3oM | Tumy, ane 1HTENeKT y TaKuX Malll€HTIB, SK
MPaBUJIO, 3AIMIIAETHCS HOPMAJIBHUM. 3arajioM, MalleHTH MatoTh KOPOTKUH TyiyO 1
TopakoatoMOapuuii Kido3. [IposiBu 3 60Ky oueil BKIIOYAIOTh IOMYTHIHHS POT1BKH,
rJIaykoMy, IICEBJOIVIAYKOMY Ta HaOpsSK AUCKY 30pOBOTO HEPBY 3 aTpodi€ro
30pOBOr0 HEPBY Ha OUIBIN Mi3HIX cTaaiax. HaifuacTimuM OTOJOTTYHUM MPOSIBOM €
rinoaxysis, sika 3a3BUYail CyNpOBOKYETHCS KOHAYKTHBHUM 1 HEUPOCEHCOPHUM
KOMITOHEHTaMHU. 3aJy4eHHS OpraHiB JMXaHHA € pe3yJbTaTOM 30BHIIIHIX 1
BHYTPIIIHIX 3MIH y JIUXadbHUX UUisixax. [IpuymHaMu MOpYIIEHHS TUXAaHHS €
KOpPOTKa IIHs, PO3TAIIOBAHWM BHUINE HAJATOPTAHHUK, TJIMOOKI INMUHHI SMKH,
rinoriasisi HUKHBOT MIEJIENH 1 TpaxeoOpoHXoMaIAIisa. YacTuM yCKIIaJHEHHSAM Py
MyKonoJiicaxapuaosi VI Tuiy Takox € 00CTpyKTUBHE alHOE MiJ] 4ac CHY.

VY naumieHTiB 3 Mykonousicaxapuao3oMm VI Tumy He BiAMIYaeTbCs pPO3yMOBa
BIICTIICTh K MNPSAMHUN HACIIJIOK I[bOTO 3aXBOPIOBaHHS, aj€ y HUX MOXeE
MOPYIIYBATHCh KOTHITUBHA (DYHKIIISI Yepe3 MOTIPIIEHHS CIyXy Ta 30py, a TaKOXK
BHACIIJOK (PI3MYHUX OOMEXEHb, XapaKTEpPHHUX IS L€l XBOpoOHU. Y mepuil poku
KUTTA GIBUYHUA PICT 1 PO3BUTOK MOXKE OyTH HOPMaJIbHUM, a CTarHais
NOYMHAEThCS MpuOmmM3Ho B 6-8 pokie (Giugliani ta inmm, 2007). BaxauBum
KOMIIOHEHTOM IIbOT'O 3aXBOPIOBAHHS € MOPYIICHHS pOOOTH ceplis, SKe Y 3HAYHIN
Mipi CTa€ MPUYMHOIO 3aXBOPIOBAHOCTI Ta CMEPTHOCTI marienTtiB (Tan Tta iHmi,
1992; Dilber Tta iummi, 2002; Azevedo ta inmr, 2004; Oudit ta inmi, 20073a,b).
binpmricts mroaeit 3 mykomnounicaxapugo3oMm VI tuny BMuparoTh Ha 2-My abo 3-my
JECATUIITTI JKUTTS, 1 OCHOBHOIO MMPUYMHOIO CMEPTI € CepIieBa HEIOCTATHICTD, SKa
YaCcTO BUHUKAE BHACIIIOK XPOHIYHOT 0OCTpYKIii quxanbHuX nupixie (Harmatz ra
iHmi, 2004).

BIOXIMIYHI TA TEHETUYHI ACIIEKTH
JlabopaTopHa giarHocTuka
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[Tino3pa 1m10/10 HasABHOCTI MYKOTIOIICaxapyu103y 3a pe3yabTaMU KIIHIYHOI OLIHKU €
MiJCTABOIO JUISI BU3HA4YEHHS KOHIICHTpAIlli TJIIKO3aMIHOTIIIKaHIB y cedl. Lli
KOHIIEHTpAaIlli MiABUINYIOTHCS MPAKTUUHO MPU BCIX THIMAX MYKOIOJiCaxapuiao3y,
aJie HasBHICTh HOPMAJILHOTO PIBHS HE € TOCTATHHOIO MPUYMHOKO JIJISI BUKITIOUEHHS
I[FOTO J1arHO3Yy Y MAalll€eHTa 3 BIAMOBITHOIO KJIIHIYHOIO KapTHHOIO. BuMipioBaHHA
KOHIIEHTpAIIli TNIIKO3aMIHOTJIIKaHIB y ce4ul MOXKe MPOBOJUTUCH PI3SHUMH METOIAMH.
OmuyuM 3 PEKOMEHJIOBaHUX aHAMI3IB € KUIbKICHA OIlIHKa PEeakiii 3 pO3UYHHOM
JTUMETUIMETHWICHY CHUHbOTO. [IpM KOHTAaKTI JUMETUIMETHUJIEHY CHHBOTO 3
IJ1IKO3aMIHOTJIIKAHAMHU  YTBOPIOETHCS  CIIOJIYKA, TMOMIMHAIBHY 3/aTHICTh SIKOi
MOXHa BHU3HA4YUTH npu 520 HM, 1 peakiis € JIHIHHOI IMPH KOHIEHTpAIIsIX 10
70 mxr/mnn (De Jong Ta immm, 1989). PesyabTaTei MOXKYTh OyTH BHpPa)KEHI B MI
IVIIKO3aMIiHOTJIIKAHIB Ha MI' KpeaTuHiHy. Jlis 11i€i peakiii JOCTaTHHO JIMIIE
250 MKy cedi, TpoTe B J1TaOOPATOpit0 MOTPIOHO BiAmpaBUTH He MeHine 2 M (e
MOke OyTu mpoba 1000BOi cedi ado0 0JHa BUIAAKOBA Mpoda cedl, B3ATa B OyJb-
Akui 4ac). /o BH3HAYEHHS KOHIEHTpalli IJIIKO3aMIHOIJIIKaHIB Mpoly ceul
noTpi0HO 30epiraTy B 3aMOPOKEHOMY BUIIISIAL. Y JIOJEH 3 MyKOIOJIICaXapua030M
piBEHb TJIIKO3aMIiHOTIIKAHIB 3a3BWYaii € 3HAYHO IMiIBUIICHUM (B TpH pas3d i
OlJIbIlI€) MOPIBHSHO 3 HOPMAJIBbHOIO BEIUYHMHOK. Y 30POBUX JIOAECH EKCKpeLis
IJIIKO3aMIHOTJIIKAHIB 13 CEYEI0 € MiJBUIIECHOI0 MPU HApOJKEHHI, a MOTIM IIBUJIKO
sMmeninyerbess (IBata Tta immi, 2000); micns 21-pidyHOro BiKy KOHIICHTpAIlis
TJ1IKO3aMIHOTJIIKaHIB OU1bIlIe HE 3MIHIOEThCSA. TOMy pe3yiapTaTu aHami3y MOTPIOHO
IHTEpIIPETYBaTH BIAMOBIAHO 1O JIOBIJIKOBUX CTaHAAPTIB IS KOXKHOI BIKOBOIi
Tpymu.

Komenmap pobouoi cpynu

B Vkpaini nepuwum emanom nabopamoproi diacHocmuku € KilbKiCHe GUHAYEHHS
emicmy 2niKO3AMIHO2NIKAHI8 8 00006l cedi MemooomM YemuinepuouHiym-
xnopud(LIIX)-npeyunimayii  (Oani —  LIIX-mecm). Ile  Odocnidxcenns
BUKOPUCMOBYEMBCS K MeMmOoO CeleKMUBHO20 CKPUHIHeY V 0cCiO 3 Rnid03poro
(KNIHIYHUMU  NPOABAMU) MYKONOAICAXapuoo3y Oas BUOLNEeHHs NAYIiEHMIB, 5K
nompebyiomos ymounioiowoi Oiacnocmuxu. [Techniques in diagnostic human
biochemical genetics: a laboratory manual/edited by Frits A. Hommes. New York:
Wiley-Liss, ©1991, p.79-85]. B Vkpaini L[[IX-mecm 6uxonyemvcsi 6 0OIACHUX
Mmeouko-eenemuunux yewmpax (MI'L]), mobmo nepwuii eman OiacHOCMUKU
MYKOROJICAxXapuoo3y — MOJCHA  30iUcHIoO8amu 34  MICYem  NPOACUBAHHSL
00Cmedncy8anozo.

Jna inenTudikamii TUMY TIIKO3aMIHOTJIIKAHIB, SKUM TNPUCYTHIA y HAaJJIMILIKY
(Hampukian, aepMaraHcynbdar, remnapaHcyibdar, KkeparaHcynbdaT), MOKe
BUKOPUCTOBYBAaTUCh Xpomatorpadis abo enektpodope3, sKi JOMOMararTh
BU3HAYMTH, sKi (epMmeHTH mOTpiOHO mepeBiputu B mepmy uepry (Leistner i
Giugliani, 1998).

Komenmap pooouoi zpynu
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B Vkpaini ons ioenmudhixayii enikozaminoanikawnis y ceui 3acmoco8yemvcsi Memoo
moHKouaposoi xpomamoepahii I'Al, axuii Ha yeu uac npooOUMbCs 8 O0esIKUX
oonachux MI'L] i 6 0608 ’s13k060M) NOPAOKY - 8 MEOUKO-2eHeMUYHIU 1abopamopii
HICJI « OXMAT][UT» 3a nanpasnennsm cneyianicmie Llenmpy memabomidHux
3aX80pP106AHL  YIEL JHC JIIKAPHI NICA KIIHIYHO20 02180V Nayienma 3 nioo3por Ha
Mmykonoaicaxapuoos. Ilicna o0odamxoeoeo HaguanHs ¢haxieyie a1abopanmis-

2eHeMmUKI8 yell Memoo MAaKOMC MOMCEe BUKOHYBAMUCH ) KOICHOMY OOJIACHOMY
MIT].

JiarHo3  MyKoIojicaxapujao3y MNOTpIOHO  MIATBEPAUTH 32  JIONOMOTOIO
(GbepMEeHTATUBHOTO aHalli3y HUIAXOM JTOKYMEHTYBaHHS HEJIOCTATHbOI aKTUBHOCTI
NEeBHOTO (EpPMEHTY, XapaKTepHOi M KOKHOTO THUIY MYKOIOJICaXapuao3y.
Pe3ynpTaT J1arHOCTUYHOTO TECTy TMOBHHEH IIPOAHANI3yBaTH CHEIHaNICT 13
JIOCBIJIOM JIIKYBaHHS JI130COMaJIbHUX XBOPOO, OCKUIBKH IIeH aHalli3 € CKJIaJHUM, 1
pe3yabTaTH 4acTo Bakko inTeprperyBatu (Muenzer, 2004).

Komenmap pobouoi cpynu

DepmenmoodiacHoCmuka MyKOnoicaxapuoosy Hnpo8oOUMbC 3 BUKOPUCHAHHAM
CNeyianbHux wmy4Ho CUHME308aHUX cyocmpamié i € MexXHIYHO CKIAOHOW |
gionogioanvuol. Ii mooice 30iticniosamu nuwe cheyianbHo Nid20moeneHuUl
nabopanm-eeHemuK 3 00CMAMHIM O0CBIOOM BUKOHAHHS MA KIIbKICMIO WOPIUHO
BUKOHAHUX Oocniddcenb. B Vkpaini ¢epmenmooiacnocmuxka ycix munis
MYKONONICaxapuoosié 30IUCHIOEMbCA TUMe 8 MeOUKO-2eHemuyHiltl 1abopamopii
HICIT «OXMATIUT». Taxuii nopsook OiacHOCmMuKy MYKOROIICAXapuoo3ie
(nepwuii  ckpunineoseuti eman 3 L[[IX-mecmom ma  MOHKOWAPOBOIO
xpomamoepadghicio TAI' i 6 ceui — 6 kooxcHomy oorachomy MIL], Opyeut
niomeepodcyouull eman 3 GepmenmooiacHOCMUKow 0epekmuo2o epmenmy — 8
meouro-eenemuyniu rabopamopii HI{CJI « OXMAT][UT») ooyinvHo 30epeemu.

L]i 2 emanu nabopamopnoi diacnocmuxu MIIC € oocmamuimu 0151 6CMAHOBNEHHS
0iazHo3y.

[nentudikaiiisi reHOTHIY MOKe OyTH Ba)KJIMBOIO JIJIsl MPOTHO3YBAaHHS (peHotuy (1
B JICIKUX BWIIQJKaX JUIsl TEPANCBTHYHUX pIlllCHb), IS HAJaHHS TEHETUYHOI
CIMEIHOI KOHCYJbTALli Ta JUIsl MOJIETIIEHHS MpeHaTalbHOI JIarHOCTUKU. ToMmy y
narieHTa Ta/abo wiena cim'i HeoOxigHO otpumaru 3pazok JIHK, sky, sk mpasuio,
BHJIUISIOTH 13 KPOBI, ajie¢ MOKHA TaKOX BHUJUIATH 13 KIITHH CIHW30BOI OOOJIOHKHU
MOPOKHUHU POTA, CIIMHKA a00 THIIMX MaTepiaiB.

Komenmap pobouoi cpynu

loenmudhixayis cenomuny xeopoeo na MIIC 30iticnioembca winsixom [THK ananizy
ma BUSGNIEHHS MANCOPHUX Mymayil, a 6 pasi ix 8i0CYmHOCmI — NOOAIbUIUM
CEeKBEHYBAHHAM a0  3ACMOCYBAHHAM  [HWUX  CheyialbHux memoouk. L{i
O00CTIOMNCEHHST  MOJNCYMb  GUKOHYBAMUCL Y CepMUDIKOBAHUX — MONEKYIAPHO-
2eHemuyHux nabopamopiax. Ha momenm pospobxu oanoi adanmoganoi KiiHiuHOL
Hacmanosu 8 Yxpaini J[HK-ananiz masxcoprux mymayiu euxonyemocs 6 eeni IDUA
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ma 6 eeni SGSH, wo o0oszsonsc diacnocmysamu mykononicaxapuoozu I ma 114
munie 810N0GIOHO.

IF'EHETHUYHI ACIIEKTH

Myxkomnoaicaxapuaos | Tumy

Ha cporognimmniii nenp y reni IDUA Oyno igentudixoBano mpubimszuo 100
mytamiii (Vijay i Wraith, 2005). Cepen mux wmytamii W402X i Q70X Oymu
HIOB'sI3aHi 3 BAYKKOIO (JOPMOIO 3axBoproBaHHs, ToOTO curapomom ['ypiep (Fuller Ta
immm, 2005). OOuaBi Myralii, omucaHi sSK HYJIbOBI ajeli, CyNpPOBOIKYBaJIUCh
HEBU3HAauYyBaHOW mpoaykiieo Oinka IDUA (Matte ta inmi, 2003). Kpim mux
MyTalii Oynau 3HaigeHi me ABi MeHmn momupeni mytamii (R89Q i1 R8IW) y
namieHTiB i3 3riamkeHuM Gerortunom (Hein ta inmi, 2003). BigHocHa yacToTta
MyTaIlliif, Kl BBa)XAIOThCSA MOLIMPEHUMH, Ma€ IHINY KApTUHY y Opa3uiIbChKHUX
MaII€HTIB, 110 MOXE OyTH MOB'SI3aHO 3 OUIBIIMM 3MIIIaHHSAM pac HACEJIECHHs, 10
MO3HAYAETHCS HA TPOTOKOJIAX MOJEKYISIPHOTO aHaNi3y i1 BHKOPHUCTAHHS B
bpaswiii (Matte Ta inmmi, 2000; Pereira ta ixmi, 2008).

Komenmap pobouoi cpynu

I'en IDUA nokanizoearno y xpomocomi 4pl6.3. 3a oanumu memaboniuHoco yeumpy
HJ[CIl «OXMAT/IUT» 6 Yxpaini natibinew nowupenumu mymayismu 8 eeni IDUA
e Q70X — 40,6% ma WA402X — 9,4%, wo i 3ymoenioe HeobOXiOHicmb ix
nepuioyepe08020 usHavenHs. Inwi mymayii noxu wo He i0eHmu@ikosawui, wo
nompebye NnooaIbuo20 NO2NUONEH020 BUBYEHHS 13 3ACMOCYBAHHAM  OLlbU
CKAAOHUX MOJIEKYIAPHO-2eHEeMUYHUX MemOo0is.

MonekynsapHuii aHaji3 MOXXE JIO3BOJMTH BHU3HAYUTH TCHOTHI, ajieé KJIIHIYHI Ta
7a00paToOpHl aHaji3M, SKI € KOPUCHUMM [JIsi MIATBEPUKEHHS JlarHO3y, HE
JO3BOJISIIOTH BUSIBUTH HEBEJMKI BIIMIHHOCTI B 3QJIMIIKOBIM aKTUBHOCTI (DEPMEHTY,
110 pOOUTH HEMOXJIMBHM BHU3HAYEHHS TSHKKOCTI 3aXBoproBaHHs (Pastores Ta imi,
2007). Tomy BakIMBE 3HAYEHHS I TOYHIIMIO! Kiacu(ikamii 3aXBOPIOBAHHS
MarTh Taki (hakTopH, SIK BIK Ha MOMEHT MOSIBU CHMITOMIB 1 HAasBHICTh JBOX
HYJIbOBUX MyTallii Ta cHeuu(PIiUHUX KIIHIYHUX XapaKTEepUCTHUK (HAIpHKIa,
yTBOPEHHs ropba Ta 3aTpumKa po3Butky) (Pastores Ta inmii, 2007).

Myxkonoaicaxapuao3s Il Tumy

Myxkomnomicaxapuno3 |l Tumy € €IuHUM THUIIOM MYKOIOJiCaxapuao3y, SKAN
NoB's13aHUM 13 ycmankoBaHow X-xpomocomoro. ['en IDS 3naxomuthes B Xp28.1, 1
70 TemepilHboro dYacy Oynu igeHTHdikoBaHi Ounpme HDK 300 MmyTtamii
(Bxmrouaroun penerii, BcraBku Ta 3aminm) (Li ta immi, 1999). Ilpore 3HauHa
KOpEJISILis MK THUIIOM MyTalii Ta (peHOTUIIOM Iile He Oyia BCTaHOBJIEHA, XOua y
MaIi€HTIB 3 MOBHOK a00 YacTKOBOIO JENCIi€I0 TeHa a00 3 MepecTaHOBKAMHM MIXK
I€HOM 1 TCEBIOT€HOM MOJKE BIAMIYATUCh OLIbII TsKKUKA (penotun. KpiMm Toro,
CJiJ BIA3HAUUTH, IO OJHA M Ta K caMa MyTallisl MOKe OyTH MOB'si3aHa 3 PI3HUMU
¢denorunamu (Martin Ta inmri, 2008).



17

Komenmap pobouoi cpynu

Poboua epyna sayeasicye, wo, moociugo, oinows mounum € mepmin X-3uenieHozo
YCNAOKYBAHHS, OCKIIbKU MOMCIUG] BUNAOKU BUHUKHEHHs HOB80I Mmymayii 8
Auyekaimuni i Hapoodcennsi xeopozo na MIIC Il muny xnonuuka 8i0 mamepi, siKa
He € HOCIEM MYMAHMHO20 2eHa.

MyxkomnoJgicaxapuao3 VI Tumy

Myxkormnomicaxapuao3 VI ycnajakoByeThCs ayTOCOMHO-PEIIECHBHUM IIIIsIXOM. ['eH,
AKUU Koqye pepmeHT apuicyibdaTazy B, po3ramoBanuii Ha xpomocomi 5q13-14,
['pyma wmyTaliiid, BUSIBJICHHX IO TEMEPINTHBOTO Yacy, € TOCHTHh TE€TEPOTCHHOIO
(Karageorgos Tta iumm, 2007) mpu BiIHOCHO HHM3BKIH YacTOTI KOXKHOI MYyTallii.
BignocHo wacti myTartii Oynu ieHTHdiIKOBaHI TUTbKK B [lopTyranii tTa B bpasumii
(Petry ta inmmi, 2003, 2005). Kopensiiiss Mi €KCKPEII€ TIIKO3aMiHOTJIIKaHIB Y
ceui Ta KJIiHIYHAUM (EHOTHIIOM Ha JaHWW 4ac He Oyna BcraHoBieHa (Swiedler Ta
iamm, 2005), ajne MOKHM IO 3aJUIIAE€THCSA HEBIIOMOIO KOPEJSAIisS 3 TCHOTHIIOM
xBopux Jiojeit (Litjens Ta ixmi, 1996).

I'EHETUYHE KOHCYJIbTYBAHHSA TA ITPEHATAJIBHA
JIATHOCTHUKA

['eHeTnuHe KOHCYJBTYBaHHS HaJla€ WiICHaM pPOJUHU  1HPOpPMAILIIO  TPO
PENpPOyKTUBHI PU3UKH, TOMY BOHO MOXE CHPUITH MONEPEIHKEHHIO MOBTOPECHHS
mykonosicaxapuaosy |, Il ta VI tunmy. Jlng HOpManbHOI mapu 3 AUTHHOIO, SKa
CTpakjgae Ha Mykomnomicaxapuao3 | abo VI tumy, 1mo ycmnaakoByeTbcs 3a
ayTOCOMHO-PEIECUBHUM MEXaHI3MOM, PHU3UK DEIHUAUBY CTaHOBUTH 25 % nis
KOXXHOT HOBOi BariTHOCTI. [Ipy 11bOMy 3aXBOPIOBaHHI, SIK 1 TIPpHU OUTBIIOCTI 1HIIMX
ayTOCOMHO-PEIIECUBHUX PO3JIaJIiB, YacTO BiAMIYaeThcs OaTbKIBChbKa KPOBHA
copinaenicte (Neufeld i Muenzer, 2001). IIpu myxkomosicaxapumo3i |l tumy,
SAKUA € CTaHOM, TMOB’SI3aHUM 3 X-XPOMOCOMOIO, BHUSBJICHHSI >KIHOK-HOCIIB IIi€i
MyTalii € Ty’kKe Ba)XJIMBUM, OCKUTBKH MPHU KOXKHIM BariTHOCTI Taka kiHka 3 25 %
PU3UKOM MO’Ke HapoauTH XBopy autuHy (50 % pusuk y pasi HApOIKESHHS TUTHHH
4OoJIOBIYOi cTatri). Y poaMHaxX 3 TMONEPEAHBOIO ICTOPIEI0 OJHOTO 3 IUX THIIB
MYKOTIOJTICaXapHuI03y TOIAJIBII BHITAJAKH MOXE JIO3BOJIUTH BUSBUTH NPEHATAbHA
J1arHOCTHKA 3a JOTIOMOTOI0 010TICIT XOpiaJIbHMX BOPCHH a00 aHami3y aMHIOTHYHOI
PIAMHU BIJIMOBITHO BIIPOJIOBXK TMEPIIOr0o ad0 APYroro TPUMECTPY BariTHOCTI.
JliarHO3 CTaBUTHCS Ha MiACTaBl piBHS (PEPMEHTATUBHOI aKTUBHOCTI B KJIITHHAX
(mpu Oe3mocepeHbOMY BHM3HAaueHHI a00 Tmicis KyJIbTHBYBaHHs). JliarHo3 Ha
M1JICTaBl aKTUBHOCTI (PEPMEHTY MO’KHA ITOCTABUTH TPU aHaII31 MyMTOBUHHOT KPOBI,
ajie B I[bOMY BHIMAJIKy 30UTBIIYETHCS PHU3HWKH, TOB’S3aHI 3 MPOLEIYypOI0 Ta
recTaliiHuM BIKOM Ha MOMEHT TIOCTaHOBKHM JiarHosy. SKImo B poOJauHI BXKe
BIAMIYQJIMCh MyTallii, TO 1eW aiarHO3 MOKHA IIBUJIKO TOCTaBUTHU Ha MiACTaBi
MOJICKYJISIPHOTO aHami3y B3saroro marepiany (Rogoyski ta ixmi, 1985).

JIIKYBAHHS
[lepen TuM sk Oyma 3ampomoHOBaHA TPAHCIUIAHTAIlST TEMOMOCTUYHHX
CTOBOYpPOBHX KJIITHH 1 ()epMEHTHA 3aMiCHa Teparis, OCHOBHOIO METOIO JIIKyBaHHS
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mykomnomicaxapuno3dy |, II ta VI tumy Oyno mnomepemkeHHS Ta YCYHEHHS
yCKIaaHeHb. Take JikyBaHHs OyJ0 CHMOTOMATUYHUM Ta MajliaTUBHUM Ha T1CTaBl
BHUCHOBKY TPYIHU pI3HUX CHEI[aNiCTiB, B SKIM Qyke BaXJIMBOIO Oyla ydacTb
daxiBIiB y Tamy3i Pi3HHX MEIWYHUX CICIMIAIBHOCTEH, TaKuUX SK KapIioJioris,
MyJIBMOHOJIOTIS, aHECTE310JI0T1s, OopToneAis, (izioTeparnisi, OTOPUHOIAPUHTOJIOT 14,
orampMmorioris, Helpoxipypris Ta iHmI. Takuil miaxia, CopsSIMOBaHUN HE TUTBKH Ha
3a0e3MeUeHHsl JIKyBaHHs, aje W Ha 3MIIHEHHS 3JI0pOB's, OyB IyKe Ba)KJIUBUM
HaBITh MICJISI PO3POOKH METOJIUK CreruiuHoro JikyBaHHsA. KpiM TOro, BaXiIuBY
pOJIb y MIATPUMII 3I0POB'S TAKKX TAIIEHTIB, Y 3aI100IraHH1 YCKJIaHEHb 1, IEBHOIO
MIpOI0, Yy 3aTpUMIIl MPOrpPECyBaHHS 3aXBOPIOBAHHS TaKOX  BIITParOTh
¢iziorepaneBTn, (axiBli 3 TpyaoTepamii, mcuxojord Ta joromeau (Pastores rta
iami, 2007).

Mucopolysaccharidose de type I. Guide ALD [Mucopolysaccharidosis 1], 2007:

3anyueni ¢gaxiBui
[TouyaTkoBa orinka namienta 3 MIIC | € MynbTUIUCIUTUIIHAPHOIO Ta 3HAXOAUTHCS
N1J HarjIsAOM JIKYKYOro Jiikapa. BoHa NmpoXoauTs y TOBIAKOBOMY LIEHTPl 3
METa0OJIIYHUX UM JII30COMHUX 3aXBOPIOBaHb! a00 y Mepexi KopecroHIeHTiB. BoHa
MIPOBOJIUTHCS:
— CHemjajicTaMu, II0 HaiyacTillleé CTUKAIOThCS 3 II€l0 XBOpPOOOIO: MemiaTp Ta
CHEIATICT 13 BHYTPIIIHIX XBOPOO;
— JIKYIOYUH JiKap;
— Oyab-SIKMM IHIIWKA CIIEIIaliCT, BUCHOBOK SKOTO € HEOOXIJIHHM, 3aJeKHO BiJ
KJIIHIYHOT KapTHUHHU:

AHecTe310J10T dizioTepaneBT-peadiTiToIOr
biosor OpoHnroor
Kapnaionor Optonen
Bicnepanbuuii xipypr OTtonapuHroaor
I"actpoenrteposor ITynemonOMIOT
I'enetux [TcuxiaTp
['emaTomor 3 TpaHcIIaHTAaIlil Pamionor
TreMOMOECTUYHUX CTOBOYPOBHX Cromarosior
KJIITUH Odransmoior
Hetipoxipypr

Hespouior

Komenmap pooouoi zpynu

OcKinbKU MYKONOAicaxapuoos € 2pynoio 3axeopro8amb, OJisl AKUX XAPAKMEPHUM €
YpasiceHHs 6a2amvox op2anie ma cucmem, ni0 Yac 6CMAHOBNEHHS 0ia2HO3Y, Npu
BUSHAYEHHI MANCKOCMI Ma NPOSHO3) 3AXB0PIOAHHS, NIAHYBAHHI, NPOBEOeHHI mda
MOHIMOPUHSY — eheKMUBHOCMi  JIKY8AHHSA  NAYIEHMA NOBUHHA — NpaAY08amu
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MYTbMUOUCYUNTIHAPHA KOMAaHOA paxieyis, nepenix AKUX 3aiedcums 8i0 muny
MIIC. B Vkpaini mpusac cmeopenHs cucmemu HAOAHHS OONOMO2U X8OPUM HA
MIIC, wo nompebye gopmysanHs KOMaHO ¢paxisyié 3 GUHAYEHHAM KIHOYOBUX
Qicyp —  koopoumamopie  pooomu  yux  komano. IlJooo  cknady
MYTbMUOUCYUNTTHAPHOI KOMAHOU cheyianicmis, cnio 3a3Hadumu, wjo 8 YKpaiui
8I0CYmMHI JNIKAPCLbKI cneyiaibHocmi «0ionoey ma «000HMON02», iX QYHKYIQ
MOJCYmy  Oymu  noxknaoeHi Ha JiKaps J1abopamma-ceHemuxka ma  JiKaps-
CMomMamoJi02a-opmoooHma.

Mucopolysaccharidosis I, 11, and VI: Brief review and guidelines for treatment,
2010:

Y 1980-x pokax nansi JIIKyBaHHS MYKOIOJIicaxapuao3y Oyja 3amporoHOBaHa
TpaHCILIAHTAIisl reMoroeTHYHuX cTtoBOypoBux kiaiTmH (Krivit, 2004; Lange Tta
iamn, 2006), a B 1990-x pokax Oymna po3poOieHa 3aMicHa ()epMEHTHA Teparis, i
BOHU CTalld JBOMa TEPaneBTUUHMMHU 3aco0aMM JJIsi BIJHOBJICHHS, MPUHANMHI
YaCTKOBOI'O, AaKTHBHOCTI ()epMEHTy Mpu HOro Hecrayi. 3amicHa (epMeHTHa
Tepamisi cTaja PeajbHICTIO MICHSA 1i CXBAJICHHS JJIs KJIIHIYHOTO BUKOPUCTaHHS Y
2003 p. ais mykomnodicaxapuao3y | tumy, B 2005 p. nns mykonomiicaxapuaosy VI
tuny, a B 2006 p. g mykonomicaxapuno3y |l tumy (Kakkis ta ixmi, 2001a,b;
Wraith Tta inmi, 2004, 2007; Harmatz Ta inmi, 2005a,b, 2008; Wraith, 2005;
Muenzer ta iami, 2006, 2007; Sifuentes Ta immi, 2007; Clarke, 2008; Clarke Ta
iai, 2009; Giugliani ta ixmi, 2009).

TPAHCIIJIAHTAIIA TEMOITIOETHYHUX CTOBBYPOBUX KJITHUH
TpaHcmianTaiiro TeMOMOSTHYHUX CTOBOYPOBHX KIIITUH BHKOPHUCTOBYBAIU IS
NAIIE€HTIB 3 MYKOIOJICaXapua030M 3 METOK KOpekuli aedinuty QepmMeHTy
(Boelens Tta immi, 2007). Xowa 1s mpomeaypa CyNpPOBOIKYETHCS BUCOKHM
PU3MKOM 1 3HAYHOK YaCTOTOI 3aXxBOPIOBAHOCTI/CMEPTHOCTI, aje y OaraThox
JOCTIKEHHAX OyJI0 MOKa3aHo, 10 TPaHCIUIAHTAIliSl TeMOITOETUYHUX CTOBOYPOBHX
KJIITAUH MOXe€, MO CYTI, 3MIHUTH NPUPOJIHUNA Mepedir 3aXBOPIOBaHHS, 30UIbIIUTH
TPUBAJICTh JXKUTTS Ta 3MeHIMTH pi3Hi cucremHi mopymenHs (Vellodi Tta immii,
1997; Wraith Tta iamr, 2007). IIpoTe moka3aHHs 10 TaKOi TPAaHCIIAHTALI 3aI€XKaTh
BiJl THUITy MYKOTIOJIICaXxapu103y, KIIHIYHOT KapTUHU y TAIll€HTa, BIKY Malli€HTa Ta
BiJ HasiBHOCTI HeBposoriuaux mopymieHsb (McKinnis ta inmri, 1996; Aldenhoven
ta immn, 2008; Muenzer Tta i, 2009).

Myxkomnoaicaxapuao3 | Tumy

OCHOBHMM IMOKa3aHHSAM JIJIs1 TPAHCIUIAHTALlli TEMOTIOETUYHUX CTOBOYPOBHX KIIITHH
€ HasIBHICTb Yy MallleHTa TSXKKOi GopMU MyKomodicaxapuao3y | Tumy, oCKUIbKU
MPOBEICHHS TPAHCIUIAHTALll 0 2-pIYHOrO BIKY MOKE€ IMPHU3BECTH A0 3HAYHHMX
MO3UTHUBHUX 3MIiH TMOpyIlIeHHs KorHituBHOI (yHkuii (Boelens Ta ixmi, 2007,
Muenzer ta iumri, 2009). Bik € BakauBuM GakTOpoM, OCKIJIbKH B HAIIK KpaiHi 1Is
0araThoX MAII€HTIB J[1arHO3 CTABUThCS HE paHille 2-piyHoro Biky. Kpim Toro, mjs
BUKOHAHHSI TPAHCIUIAHTAIlll TEMOMOCTUYHMX CTOBOYpOBHX KIITHH MOTpiOHA
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HAsIBHICTh CYMICHOTO JIOHOPA, 110 MO>K€ 3HAYHO 3aTPUMATH II0 MPOLEAYPY 1, TUM
caMHM, JIOJAaTKOBO 3MCHINUTH ii moTeHIiiHI nepeBarn (Muenzer ta ixmi, 2009).
[HIM BaXJIMBHM aclEeKTOM € TPYIHOIN CKJIaJaHHS TIEBHOTO IIPOTHO3Y Ha
MOYaTKy 3aXBOPIOBAHHS CTOCOBHO TOTO, y SIKHX TMAIl€HTIB PO3IB'€ThCS Ba)KKa
dbopma, 1O pOOUTH BAXKKOK iACHTHU(IKAIIO TAIIEHTIB 31 CHPUSTINBUM
CHIBBIJHOIIEHHSM pPHU3UKY Ta IepeBar TpaHCIJIAHTalll TeMOMOETUYHHUX
croBOypoBux kiitud (Fuller ta immm, 2005). MikHapogHHI TOCBiA BKa3zye Ha
OlBINY TMOTEHINIHHY KOPUCTh TpPaHCIUIAHTAIlll TEMOMOETHYHHX CTOBOYpPOBHX
KJIITHH TIOPIBHSHO 13 3aMiCHOIO (DePMEHTHOIO TepaImi€ro Il Mali€HTIB 3 BaXKKOIO
dbopmoro MyKoroJiicaxapuao3y | Tumy, nmpu MpoBeNeHHI TpaHCIUIaHTaIllli 1o 2-
pIYHOTO BIKY, aj€ BKa3aHl BHUIIE TPYJIHOIIl MPU3BOAATH 1O TOrO, IO IS
Opa3uIbCbKUX TAIllEHTIB 3 MYKOIOJicaxapuao3oM | Tumy TpaHCIUIaHTaIlis
reMOINOETUYHUX CTOBOYPOBUX KIIITUH MPOBOJUTHCS YK€ PIIKO, 1 1€ PEaIbHICTD,
Ky MOTPIOHO 3MIHUTH.

Komenmap pobouoi cpynu

Miscnapoonuti 00ceio  8ucoKoi egheKkmueHOCmi MpPAHCHIAHMAYii KiCMKO8020
mo3xy npu MIIC I muny 0o 2-piuno2o 8iKy NOKA3ye MONCIUBICIMb 3ACMOCYBAHHS
Yb020 Memoody auue NpU HAIA200HCEeHHI PAHHBOI diacHOCMUKU 3axeopiosanis. Ha
MOMeHmM pO3POOKU O0aHOi a0anmo8anoi KIIHIYHOI Hacmanosu 6 Ykpaini yeii
MemooO He 3aCMOCO8Y8ABCA I MOdCe OYMU BNPOBAONCEHUU uUle NPU CMBOPEHHI
cucmemu KiiHiKO-1ab0pamopHo20 CKPUHIHSY MAKux NayicHmie y paHHbOMy 6iyi Ha
NepPBUHHOM) DIBHI HAOAHHA MeOUyHOi donomozu ma 3abes3nedenHi ymMos O0s
NpPoBedeHHs MPAHCHIAHRMAYIT KICMKOB020 MO3K) OiMAM PAHHbO2O BIKY.

TpancmianTtaiisi TEMOINOSTUYHHX CTOBOYpOBUX  KIITHH MOXE€ 3YIMUHUTHU
IPOTPECYBAHHS HEBPOJIOTIYHOIO JA€PIUUTY, MOMEPEIUTH MEepPeayacHy CMepThb
yepes 3aXBOPIOBAHHS cepllsd a00 MEYiHKH Ta 301IBIIUTH TPUBATICTh KUTTS XBOPUX
nited. Ilpore, HaBiTh TpPU TPOBEIECHHI Y pPaHHbBOMY BIll TpaHCIJIAHTALSA
reMOMOETUYHUX CTOBOYpPOBHUX KIIITUH HE JI03BOJISIE BUIIPABUTH Jedopmarii
CKEJIeTy, HE3BaKalouM Ha 3MEHILIEHHS JHUCIIa3ii OJIOHTOINYy Ta MPUCKOPEHHS
pocty. Ilicas TpaHcmiaHTallii FeMOMOETUYHUX CTOBOYPOBUX KIIITUH TaKOX 3HAYHO
3MEHIIYIOTbCSI  oprambMosioriyHi  mopymieHHas. [licias  TpaHcmimaHTaiii  4acTo
BUHUKAIOTh YCKJIAJHEHHS 3 OOKYy JIeTeHb, 1 iX MMOsBa MOB's3aHa 3 JCKIJIbKOMA
dbakTopamMu puU3MKy TIepe]a TpaHCIUIAaHTaIll€l0. [CHYI0Th J0Ka3u TOTo, IO 3aMicHa
dbepmMeHTHa Teparis, posmnodyata TpHOIU3HO 3a 12 TWXKHIB 70 TpaHCIIaHTAIll,
MOK€ 3MEHIITUTH PECIiPaTOPHI YCKIIATHEHHS B MEPIoj MiC/s TPaHCIUIAHTAIlll, 110
MOke OyTHM TIOKa3aHHSM JI0 TIPOBEACHHS TaKoi Teparii, Xoda TpUBAIICTb
CIIOCTEpEXKEHHSI 1e He Oyna JOCHUTh BEJIHMKOIO, 000 O3BOJUTH OI[IHUTH
BiJiIaJICHUH BIUTMB TaKoro koMOiHoBaHoro jikyBaHHs (Tolar ta inmr, 2008). Hacto
TaKOXX MOBIIOMIISIIM MPO PO3BUTOK Peakilli «TPaHCIUIAHTAT MPOTHU XassiHay, 1 B
cripoOi 3MEHIIUTH 1€ YCKIaAHEHHS, sIKe 3HAYHO 3MIHIOE SKICTh JKUTTS TAIll€HTIB,
BUKOPUCTOBYBAIKMCH Pi3HI cTparerii. Pe3ynbratu TpaHcmiianTalii, IpoBeIeHOT B
HEeJ]aBHIN yac, BKa3ylTh HA 3HAYHUI MpOrpec MpH L nporeaypi Ta 3a0e3neueHHs
yacToTH BrkuBaHHs Oinbine 70 % (Staba rta inmmi, 2004; Boelens ta inmii, 2007;
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Aldenhoven Ta ixmi, 2008; Prasad ta inmi, 2008), mpoTte pe3ynbpTraTi, OTpHUMaHi B
MiBHIYHIN MiBKYJ1, HE MOXKHA aBTOMAaTHUYHO MEPEHOCUTH Ha bpasuiito depes i
MICIIEBI YMOBH.

Myxkomnoaicaxapuao3s Il Tumy

Jlo TemepintHLOTO Yacy pe3ynbTaTH TPAHCIDIAHTAIlli KICTKOBOTO MO3KY Y TIAI[IEHTIB
3 mykomnoicaxapuao3om |l tuny He BBaxkanuch 3agoinbHuMu (Martin ta immm,
2008; Wraith ta ium, 2008). IIpoTe HeloAaBHO MOBIIOMHIIN PO OOHAMIMINBUI
PO3BUTOK TPHU TPaHCIUTAHTAIlli TEMOMIOCTUYHUX CTOBOYPOBUX KIIITHH, TIPOBEICHIH
y JQy>X€ paHHbOMY BIIll JJIsI HEBEJIMKOI KIJTBKOCTI XBOPUX Ha MYKOIOJIICaXapuji03
Il Tumy (Martin ta iami, 2006; Prasad Ta inmri, 2008). 3aramom, Take JIiKyBaHHS HE
PEKOMEHAYEThCS UM TAIli€eHTaM 4Yepe3 BIJACYTHICTh YITKO MPOJAEMOHCTPOBAHUX

HGBpOJIOI‘l‘lHHX repeBar 1 BHCOKY 4YaCTOTy SaXBOpIOBaHOCTl Ta CMepTHOCTl
(Zareba, 2007).

Mucopolysaccharidosis type Il: Guidelines for Assessment, Monitoring and
Enzyme Replacement Therapy (ERT), 2010:

TpaHcnnaHTallisi reMaTONOETUYHUX CTOBOYPOBUX KJIITUHHE MOXKE PO3MIISAATUCH
K METOJl JIKYBaHHS JUIsi MAaJICHBKUX MITeH, y SIKUX B CIMEMHOMY aHaMHeE3l €
mykonoicaxapuaos Il Tuny 3 nporpecytounm ypaxkenusm [THC.

Mucopolysaccharidosis I, 11, and VI: Brief review and guidelines for treatment,
2010:

MyxkonoJicaxapuao3 VI tumy

[Ipu mykomomicaxapuao3i VI Tumy ogHUM 13 MOXJIMBUX METOJIIB JIIKYBaHHS €
TpaHCILIaHTamis KictkoBoro Mo3ky (Herskhovitz ta inmm, 1999), ane micis nosBu
3aMiCcHOI (pepMEHTHOI Teparii TpaHCIUIaHTALllsl BIACTYNUIIA HA IPYTUid TUIaH, TOMY
o0 TMpUd  MYKONOJICAXapWA03l Takoro TUIy PHU3UMKH  TpaHCIUIAHTaIli
reMOMOETUYHUX CTOBOYPOBUX KJIITUH MOXKYTh HE MEPEBUIIYBATH NIEPEBAru TUIbKU
y TOMYy pa3l, SKIIO0 y Talli€HTa BIACYTHIH KOTHITUBHHUM Je(illUT, a CUCTEMHI
mpoOJIeMu 3aJI0BUTHHO BHPIIIYIOTHCA TpU 3aMicHIN (epMeHTHINH Tepamii 1 6e3
PH3HKY, TOB’S3aHOrO 3 TpaHCIUIAHTaIli€l KicTkoBoro mMo3ky (Giugliani ta immi,
2007).

Il1aH NpoTOKOJIY TPAHCIIAHTALII

[TamiedTa 3 MOKa3aHHSAM ISl TPAHCIUIAHTAII] (3arajioM, mMaii€eHTa BiKOM JO JBOX
POKIB 3 BaXXKOIO (pOpPMOIO0 MyKormoicaxapuao3y | THIy) moTpiOHO HAmpaBUTH Ha
KOHCYJIBTAIIII0 B YCTAHOBY, B SIKI MOXYTh IPOBECTH TPAHCIUIAHTAILIIIO KICTKOBOTO
MO3KY / TpaHCILIaHTAI[il0 TEMOMOCTUYHUX CTOBOYPOBUX KIIITHH. TpaHCIIaHTAIliI0
CIi TPU3HAYaTH TUIBKA TICHAS PETENbHOI OLIIHKA CTOCOBHO OCHOBHOTO
3aXBOPIOBAHHS Ta IMOMEPEAHIX YCKIAJHEHb, B TMEpUly Yepry JIET€HEBUX Ta
HEBPOJIOTIYHUX YCKJIaaHeHb. JIoHOpa 3 BIAMOBIAHOK CYMICHICTIO MOKHA 3HAWTH
cepel WieHiB ciM'T abo0 B Jep)KaBHUX Ta MIKHApPOJHMX OaHKax JOOpPOBUIBHHMX
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noHopiB. [lepeBara Oyae HagaBaTUCh JTOHOpPAM 3 OLTBIIIOK CYMICHICTIO Ta OlIBII
BHCOKOIO KOHIIEHTpali€io hepmenTy. [lamienTy HeoOX1JHO MPOBOIUTH MPOILEAYypU
3TIAHO 3 MPOTOKOJIOM, SKHII BHUKOPHUCTOBYETHCS B YCTAaHOBI, B SIKy HaIllpaBWIA
narieHTa Jans  KoHcynbpTarii. [licms BiIuBaHHS CTOBOYPOBHX KIITHH CJiJ
IPOBOJAUTU BCl 3aX0JU MIATPUMYIOUOi Tepamii A0 MPYKUBAHHS TpPaHCIUIAHTATY.
[Tig yac mepioay Ba)KKOi MaHIUTOINEHII MarOTh BUKOPUCTOBYBAaTUCH aHTHO10TUKU
HIMPOKOr0 CHEKTPY Mii, MPOBOAUTHUCH TEpPEIUBAHHA OMPOMIHEHUX MPOAYKTIB
KpOBI, IOBHE MapeHTepalbHE XapuyBaHHs Ta MIATPUMAHHS BOAHO-EJIEKTPOJIITHOTO
Oamancy. Yepe3 MicsIp TiCas BIMBaHHA CTOBOYPOBHX KJIITHH, TNPHWKUBAHHS
TpaHCIUIAHTATy Ma€ OyTH MIATBEP/KEHO 3arajlbHUM aHali30M KpoBi, 3a
JIOTIOMOT'OI0 METO/IIB MOJIEKYJIApHO1 Oi0J0T1i Ta (hepMEHTATUBHOIO aHajizy. 3a
Mali€HTOM  CJIiJI MPOBOJUTU  PETryJsApHE CIOCTEPEKEHHS Y  BIIJIJIEHHI
TpaHCIUIAHTAIll I[UISXOM  BH3HAYEHHS  KOHIEHTpamii ¢GepMeHTy, OI[IHKU
NPWKUBAHHS TPAHCIUIAHTATY, a TAKOXK CIIOCTEPEKECHHSI JJIs1 BUSBICHHS MOMKJIHBHX
YCKJIaJIHEHb MICIIsl TPaHCIIaHTalli].

Komenmap pobouoi cpynu

Ha momenm pospobku oOanoi aoanmoganoi KiiHiuHOI Hacmanoéu 6 Ykpaiui
Mpaucnaaumayiss. KiCKo80o20 MO3K)Y, 2eMONOeMUYHUX CMO8OYPOBUX KIIMUH
30IUCHIOEMbCSL )Y CREYIANi308AHUX CMPYKMYPHUX NIOPO30inax 3 MpaHCHIAHMAyii
0esiKUX 3aKnadié 0XOpOoHU 300p08 s, A came y YeHmMpPi OUMAY0i OHKO2eMamonoaii i
mpancnaarmayii  Kicmxogoco Mmo3ky Hayionanenoi oumsuoi cneyianizosanoi
nikapHi « OXMAT/[UT» MO3 Vkpainu.

®EPMEHTHA 3AMICHA TEPAIIIA

depMeHTHa 3aMiCHA Tepamiss — II€¢ METOJA JIKYyBaHHSA, SKUW TMOJsIrae y
NeploIMYHOMY BHYTPIIIHOBEHHOMY BBEJICHHI crieu(}iuHOTrO (PEpMEHTY, IKUH € B
HEJIOCTATHIN KUIBKOCTI y mnatienTa. Ilepiie edekTrBHE 3aCTOCYBaHHS (PEPMEHTHOI
3aMiCHOI Teparii Juis mamieHTiB 3 xBopoOor [ome (Barton Ta immm, 1990)
MPU3BEJIO JI0 MOUIYKY aHAJIOTIYHOrO JIIKYBaHHS MPHU THIIMX J130COMHHMX XBOpOOax
HakonuyeHHs. [lepmmm A0CBIIOM 3acTOCYBaHHS 3aMICHOI (DEpMEHTHOI Tepamii
npy  MyKoIojicaxapuao3i Oyyo JKyBaHHS MyKomoJjicaxapuao3dy | tumy
(xkopmopartisi «Biomarin Pharmaceutical»), a mizHimie 3amicHa (hepMeHTHa Tepartis
Oyna cxBajieHa JJIs1 JIIKyBaHHS NMpH MyKomojicaxapuaosi VI tumy (kopropaiis

«Biomarin Pharmaceutical») ta mykomomicaxapumosi Il tamy (xommanis «Shire
HGT»).

Myxkomnoaicaxapuao3 I Tumy

[Ipu mykomomicaxapuao3i | tumy 3amicHa ¢depMeHTHA Teparis MTPOBOIUTHCSA
[UIIXOM BHYTPIIIHBOBEHHOI'O BBEIEHHS JApOHIJa3u — OIIKOBOTO aHAJIOry O-
IIypOHi/ia3u JIOJIMHU, SIKUA OTPUMYIOTH 32 JIOMOMOIOK0 T€HHOI I1HXKEHepii B
CHCTEMI eKcrpecil SUIeKTITHH KuTaiicbkoro xom'suka (Krivit, 2004). depmenTHa
3aMiCHa Teparii 3a JOMOMOIOK JapoHija3u Oyina cxBajeHa IS JIKyBaHHS
naiedTiB B Crnonyuenux Illtarax Amepuku B 2003 p. (YpasiaiHHSIM 3 KOHTPOJIIO
3a XapuyoOBUMM IMPOAYKTaMU Ta Jikapcbkumu 3acobamu B CIIIA), B €Bpomi B
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2003 p. (E€BporeiicbKMM areHTCTBOM 3 OIIHKY JTIKapChKUX 3ac00iB), a B bpasuiii B
2005 p. (Jlep>xaBHEM areHTCTBOM 3 KOHTPOJTIO 32 CTAHOM 370POB'sI HACETICHHS).

Komenmap pobouoi cpynu

B Vkpaini nikapcokuii 3acio napounioasa enepuie 3apeccmposanuii y 2008 poyi
Ocmanns nepepeccmpayis siodynaca y 2014 poyi (naxaz Minicmepcmea oxoponu
300p08 s Yrpainu 6i0 26.02.2014 Nol149).

Jlokniniuni 0ocaiodicenms

[Tpu mpoBeneHHI TOCIiHKEHb Ha co0aKax 3 MOJIEIUTI0 MyKoToJlicaxapuao3y I Tumy
OyJs0 TMoka3aHo, 1o o-L-i1ypoHiga3u mpu BHYTPIIIHBOBEHHOMY BBEJEHHI Mae
COMAaTHYHHMIA PO3MOILT i MOKE 3MEHIIUTH Ji30COMaJbHE HAKOIMMMYEHHS B Pi3HHUX
TKaHUHAX TpU 3MEHIICHHI HAKOMWYEHHS TJIIKO3aMIHOTIIIKAHIB Yy TMEYiHIl Ta

CKCKpeIlil IMIK03aMiHOTIIKAHIB 13 ceuero Mmicis BoX TrokHIB JikyBaHHs (Kakkis,
2002).

Kuiniuni gociaigkeHHs

I/l ¢aza BunpodyBanb: JlecsaTm maiieHTaM BIKOM Big 5 g0 22 pokiB
BHYTPIIIHBOBEHHO BBOAWIM O-L-11ypoHigazy y no3i 0,58 Mr/kr oaumH pa3 Ha
THKIeHb Bpo1oBk 52 trxkHiB (Kakkis Ta inm, 2001a).

Pe3toMe OCHOBHHX pe3ysbTaTiB JoCTiKeHHs: (a) remaroMmeraniis 3HAYHO
3MEHIIyBajach B YCIX MAalll€HTIB, a PO3MIpU TEYiHKA HOpMasizyBaimuch y 8 3 10
NAIieHTIB BXKe Ha 26-My TWXKHI JiKyBaHHs; (0) IBHUIKICTH 30UIBIICHHS 3POCTY i
Bard TiJIa MiABUITYBajach BIAMOBIIHO y cepeaaboMy Ha 85 % 1 131 % na 52-my
TH)KHI JIIKyBaHHS y 6 IECTH TMalli€HTiB Mpeny0epTaTHOro BiKy; (B) 3HAYHO
30UIBIIMBCS CEPEHIM Miana30H MaKCUMaJbHOTO PyXy IpH 3TMHAHHI IUIeya Ta
po3ruHaHHi JKTS; (I) KUIbKICTh €Mi30/iB allHOE Ta TIIMOMHOE YBi CHI 3MEHIIUIACH
Ha 61 %; (1) B ycix mamieHTiB (QyHKIiS cepus (3a OIIHKOK 3a JIOIOMOI'OIO
dynxiionansHoi knacudixamii Hero-HMopkebkoi Acomiamii cepus) mokpaumiach
Ha 1 a00 2 GyHKIIOHATBLHUX KJIacH; (€) CTYIIHb €KCKpeIlii rIIiKo3aMiHOTIIKaHIB 13
ceduero 3MeHInyBajacs micias 3 abo 4 TKHIB JIiIKyBaHHS, (€) aHTUTLIA 10 o-L-
1TypOHiZa3u y CUPOBATIll OyJiM BUSBIICHI Y 4 MAIlIEHTIB.

[1/111 ¢a3a BunmpodyBaHb: Byno mpoBeneHO paHAOMI30BaHE MOJBIHHE CIlime
m1are60-KOHTPOILOBAHE MIKHAPOJHE JOCTIDKCHHS, B SIKOMY Opanu ydacth 45
narieHTiB 3 Mykomnosicaxapumo3om | tuny (1 marient i3 cunapomom I'yprep, 37
narieHTiB 3 cuaapomoM ['ypuep-Illeiie Ta 7 narienTiB 3 cuaapomom llletie), sxum
IPOBEJHM PaHOMI3AIlI0 3 PO3IMOALIOM Y TPYNH JIJIsl BHYTPIIIHHOBEHHOTO BBEJICHHS
naponifasu y ao3i 0,58 mr/kr abo miamnedo oJMH pa3 Ha TUXKICHb BIPOJOBK 26
twkHiB (Wraith Ta inmi, 2004).

Pe3toMe OCHOBHHX pe3yJbTaTiB AOCTIKeHHs: (a) micisa 26 THXKHIB JIIKYBaHHS Y
MaIi€HTIB, SKAM BBOJWIM JIAPOHIJIa3y, BIAMIYAJIOCh 3MEHIIEHHS BIIXUJICHHS
dbopcoBaHoi KUTTEBOI €MHOCTI JjereHiB (DPXKEJI) Big HalexxHOI HOpPMabHOI
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BEJIMYMHU y cepeanboMy Ha 5,6 % (memiana = 3,0, P = 0,009), a Takox
30ibIIeHHsT BiAcTaHi Ha 38,1 MeTpa mpH NPOBEIACHHI 6-XBUJIMHHOTO TECTy 3
xoap00t0 (Memiana = 38,5, P = 0,066, P = 0,039, anami3 kosapiarii), (0) npu
3aCTOCYBaHHI JIAPOHIZA3M TaKOX 3HAYHO 3HIDKYBaJlaCh TemaToMeramis Ta
CKCKpeIlis TIIKO3aMIiHOTIIKaHIB i3 cedyero; (B) y OUIBII TSKKAX XBOPHX
Bi/IMIYaJIOCh 3HMKEHHS YaCTOTH aITHOE/TIMTOMTHOE Ta MOKPAIECHHS 3TMHAHHS TUICYa,
(r) maponigasza 100pe MepeHOCHIIACH, 1 MPAKTUYHO B YCIX MAI[IEHTIB, SKUM BBOIMIH
dbepmeHnT, 3'saBisuMch aHTUTIA [gG, 1110 HEe CyPOBOIKYBAIOCS YITKUM KITHIYHUM
eheKToM.

IV ¢a3za BunpodyBanb: byno npoBeaeHO MPOCHEKTUBHE BIAKPUTE MIKHAPOIHE
nocaipkenHs 3a yuactio 20 miterr (16 3 cunapomom ['ypiaep 1 4 3 cuHApPOMOM
['ypnep-Illetie), Bci AiTH Manu Bik A0 5 pokiB. Bcim maiieHTaM BHYTPIIIHBOBEHHO
BBOMIIN JIapoHifga3y y no3i 0,58 mr/kr a6o 1,16 Mr/kr Ha THXIEHb BIPOJIOBX 52
trokHiB (Wraith Ta ixmi, 2007).

Pe3roMe OCHOBHHMX pe3yJbTaTiB JOCTIDKEHHS. (a) MEePeHOCUMICTh JIAPOHIIA3H
Oyma 1oOporo 3 000X 103ax, (0) piBeHH IIIIKO3aMIHOTIIIKAHIB 3HU3UBCS MMPUOJIU3HO
Ha 50 % Ha 13-my TkHI JnikyBaHHS 1 Ha 61,3 % Ha 52-My TWXHI JiKyBaHHS, (B)
IpU Majgbnali Kpai MmeviHKy 3MICTUBCSA Bropy Ha 69,5 % y TUX MAalli€HTIB, Y SIKUX
Ha TI0YaTKy JOCTI/DKCHHS TEUYiHKy MOKHa Oyyio mpomnanbiyBatd; (r) Ha 52-my
THXKHI BIJHOCHA KUIBKICTh TMAIlIEHTIB 3 TINepTpodiero JTIBOTO MNIIyHOYKA
sMmeHImiaach 3 53 % g0 17 %; (1) mpu 3aranbHiil OIIHII CHY OYJI0 BHSBIICHO
nokpariieHHs abo cradimizaiis y 67 % mnarientis; (¢) MOKa3HUK amHOe/TIMOMHOE
3HU3UBCS Ha 5,8 €mi30/1iB Ha TOAUHY.

Guidelines for the Investigation and Management of Mucopolysaccharidosis
type 1, 2010:

3aBepleHo JABa KIIHIYHUX JOCTIKEHHS Ha JIIOASX, a TAKOXK TPUBAE HU3KA IMOCT-
MapKETUHTOBUX KIIHIYHUX AOCTiIxkeHb. HasBHI J01aTKOBI JJaHI TOBTOCTPOKOBUX
CIIOCTEPEKEHb, JHKEPEIIOM SIKUX SIBISIOTBCS TE3M, MPEJCTABJICHI Ha PI3HUX
KJIHIYHUX 3yCTpivyax.

B 000x mocnimkeHHsIX Ha JIOAIX pekoMOiHaHTHY iaypoHiga3y (thIDUA) BBogmmm
B SKOCTI MOTHKHEBOI 1H(QY31i B 7031 100 oauHUIL HA Kr Ha TIWKICHBb
(0,58 mr/Kr/THXKIEHB).

Bigkpure gocmimkeHHs 3a  ydactio 10 mamientis}*  mokaszano,  mo
renaToCIjIEHOMETallis 3HaYHO 3MEHIIWIACAd y BCIX MAI[lEHTIB, pO3MIpU MEUIHKU
OyiIM HOpPMAJILHUMHM JJI1 Macu Tijla Ta BIKY y BOCBMHU MAII€HTIB Ha 26 THXKHI.
Temnu 3pocTaHHs y 3pocTi 1 Ba3zl 30UIBIIMIMCA B CEpeIHbOMY Ha 85 1
131 BimCcOTOK, BIAMOBIAHO, y IIECTH mpenyOepraTHux marieHTiB. CepeaHiii
MaKCHMAaJIbHUH [1alma30H pyXiB MpU 3TUHAHHI PYKH B IUICYOBOMY CYrjio0i Ta
PO3THMHAHHI Y JIIKTbOBOMY CYTJ1001 3HaYHO 3011b1UBCSA. KibKICTh €Mi30/11B altHOE
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1 TimomHoe yBi CHI ckopoTwiacs Ha 61 BigcoTok. DyHKIIOHATBHUM Kiac 3a
kpurepismu Hpro-Hopkcbkoi Acomiamii cepus mominmuscs Ha oauH abo Ba
KJIaCH y BCIX Malli€HTiB. BUBeAEHHS TIKO3aMiHOTJIIKAHY 3 CEYEI0 3MEHIIUIOCS
micas 3-4 TWKHIB JIIKYBaHHS, CEPEIHE 3HIKEHHS CTAaHOBUJIO 63 BIACOTKH Bif
MOKAa3HUKIB Ha BUX1THOMY PiBHI.

[Tomanpiie crmOCTepeXeHHS 3a [HMMH TMAliEHTAMH B IOMY JOCHIDKEHHI
3/1iliCHIOBAJIOCS BIIPOJOBK 6 pOKiB OesnepepsHoro jdikyBaHHs? . Kuipenc T'AT
MOKpamuBcs 10 76 %, KpiM TOTO, CIIOCTEPIraocs MOKPAIIEHHSI CUMITOMIB altHOE
yBi CHi, PyXJHMBOCTI CYyrJ00iB i PO3BUTKY Yy S5 TMAIi€HTIB, AOCTYIMHHUX IS
IIPOBEJICHHS aHAJI3iB.

OcHOBHE  MJIaEe00-KOHTPOJIbOBAHE  MO/JIBIMfHE  ciime  0aratoneHTpoBe 1
Oararonanionanbue gociikeHHss ®O3T III ¢ga3zu Oyno mpoBeneHe 3a ydwacTi
45 nauienTiB ctapmux 3a 5 pokiB 3 MIIC 1. Hapa3i tpuBae daza mogoBKeHHs
bOI0 KJIIHIYHOTO JOCTIKeHHs (myOJiKalisi B CTajii MArOTOBKHU). Y TAaIlI€HTIB,
aki orpumyBanu thIDUA, B mopiBHSHHI 3 TpyIOI NAII€HTIB, SIKI OTPUMYBAJIU
m1anedo, CIocTepirajiocss CTAaTUCTUYHO 3HaUyIle 301IbIICHHS Ha 5,9 MpOLIEHTHUX
MYyHKTIB 1 niepeadadeHoi GopcoBaHOi KUTTEBOT eMHOCTI jeredb (DXKEI) y %
(p =0,016), mo BiamoBigae mouimieHHO Ha 11 % y MOPIBHSAHHI 3 BHXITHHMH
nokazHukamu OXEJI. ¥V namientis, siki orpumyBanu rhIDUA, Oyno BUSIBIEHO
CepellHe MOMIMIIeHHs AUCTaHIii Ha 38,1 MeTpa y TecTi 6-XBWJIMHHOI XOAbOU B
MOPIBHSAHHI 3 TPyHor0 Iianedo, o HaOJU3UIOCS 0 CTAaTUCTUYHOI 3HAYYIIOCTI
(p = 0,066) 1 mOCATHYJIO CTATUCTUYHOI 3HAYYIIOCTI TIPH 3a3aJI€TiIb BU3HAYCHOMY
nonrykoBoMy koBapiariinomy anamizi (ANCOVA) (p = 0,039). Jlo ixmmx
3HAUyIMMX e(PEeKTIB JIIKyBaHHS BIIHOCUIIMCS 3HIKEeHHS rernaromeranii (p < 0,001) 1
BUBEJICHHS TJIIOKO3aMmiHorikany 3 cedero (p < 0,001). daza momgoBxkeHHs Oyia
po3noyara B KiHUI gociigxeHHs (B yepBHI 2001 poky 1 3aBeplIMTbCA B YEpBHI
2005 poky). Take modiniieHHs 30epiraiocs y $a3i MOJAOBXKEHHS JAOCIIKEHHS, 1
aHAJIOTIYHI peaklli crocTepiraiucs y Nall€HTIB y Tpymi mianedo, siki nepeniim
Ha aKTHBHUU JIKapChKHUI 3aci0 MICs 3aBEpIICHHSA Mepmux 26 THXKHIB Mepioay
JIOCITIIKSHHS ™.

3MiHU B 1HAEKCI HEMpaIe3AaTHOCTI 32 Pe3yJIbTaTaMH aHKETYBaHHS 3a JIOMTOMOTOIO
OINMUTYBAIbHUKIB CHAQ/HAQ (OnuTyBaNbHUK OIIIHKH 37I0POB’S
AUTHHU/ONUTYBAIBHUK — OI[IHKK  37I0POB's) HE BIAPI3HAIMCA MDK TPYIIOO
aKTUBHOTO JIIKYBaHHS Ta TPYIOI0 1Iae6o.

BuBueHHs1 Anblypa3uMy y HaIi€HTiB BiKOM /10 5 pokiB (16/20 3 sskuM Maju TSHKKY
dbopmy MIIC I, MIIC IH, cunapom ['ypiep) miarBepauio Oe3neKy 3aCTOCYBaHHS
AnpaypazuMy y UMX NalleHTIB. Bupaxenuil edekt JiKyBaHHS CIIOCTEpIiraBcs y
noinmieHH1 BuBeaeHHs ['Al" 3 cedero, 03HaK rineptpodii cepus 1 AOCTIIKEHb CHY.
VY mari€eHTiB 3 ONpOrpecyroduM CHUHAPOMOM ['ypiiep, sK 1 ouikyBajocs, He OyIio
BMSBIICHO KOJHMX TIOJIIMIIEHD Mi3HABAILHUX 31i0H0CTEiH .
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JocnimkenHs onTuMi3anli 1034 JapoHiga3u cepen 33 MalieHTIB MiATBEPANIIO, 110
cxBasieHa no3a y 0,58 mr/kr/Tix 3abe3nedye NpakTUYHO MaKCUMajbHE 3HIKEHHS

naxonmuenns [ AT i Halikpalle CIliBBiHOIIEHHS KOPUCTh-PU3UK.’.

Komenmap pobouoi cpynu
Anvoypazum — mopeosa  HA36a  JIKAPCLKO20  3AcC00Y 3 MIJDCHAPOOHOIO
HenameHmoBaHoI0 HAa36010 1APOHIOaA3a.

Inmi pani

[Iporpama  KJIIHIYHMX  JOCHDKEHb  AJbIypa3uMy  BKIIOYAE€  TOJAJIbIII
BUNPOOYBaHHS, SIK1 11I¢ TPUBAIOTh:

a. [lamientn 3 TspKkoo Gopmoro MIIC I, sxi MaroTh mepeHecTH abo SKUM BiKe
3po0JieHa TpaHCIUIaHTAalllsl KICTKOBOT'O MO3KY

0. JlocmikeHHs, MPOBEICHE cepell KIHOK, SKI 3aBariTHUIM, TepedyBaroud Ha
Teparii Albaypa3suMoM, 1100 MOOauuTH, YU BUIUISETHCS Mpenapar y TpyaHe
MOJIOKO (BUBUYEHHS JIAKTallii).

[{i mocmikeHHsT MOXKYTh HaJaTh JOAATKOBI JI0Ka3u €()EKTUBHOCTI B OCOOIMBUX
rpynax maii€HTiB.

byno mpencraBieHo HU3KY Te3, SKI PO3MIMPWIMA HAIll 3HAHHS NPO MOTEHIIIHHI
JIOBrOCTPOKOBI TiepeBaru Abypasumy. o HUX BITHOCSATHCS:

a. Jlani 72-THKHEBOrO JOAATKOBOro KiiHiunoro mocmimxenns 11 dasu'®. Ananis
JAaHUX y 1Iel MOMEHT 4acy MIATBEPKY€E CTIMKE MOKPAIICHHs KIIIHIYHUX KIHIIEBUX
Touok pociigxeHHst Il ¢a3u (Ha BUTpUBaNICTH, SIKa BUMIpIOBAjacs Ha OCHOBI
BU3HAYCHHS TUCTAHIlT y 6-XBHIMHHOMY TecTi 3 xoap00r0 (6MWT), 1 muxambHOI

byHKIIIT).

6. Bmms Anpaypasumy Ha pyxiuBicTh cyrno6iBl®.  Amamiz mmx maHux
MIITBEP/KYE, 110 Yy TMAIll€HTIB 3 OUIBII BaXKUMHU CTYNEHSAMH OOMEXKECHHS
nianazoHy pyxiB cyriao0iB (JROM) mnpu mnocTiiiHOMYy JiKyBaHHI 1 Hajaaml
CIIOCTEPIra€ThCs MOKPAIICHHS.

B. Kimpka Te3, 10 OMUCYIOTh BUKOPUCTAHHS AJbAypasuMy Yy TNAaIl€HTIB 3
MIHJIUBUMH TIPOSIBAMH XBOpOOW 3 pi3HUX KpaiH. Ha HuX mnocumarotbes is
MOBHOTH KapTHUHMU, aJie BOHU MaJIo 10 JOJAI0Th A0 iH(opmarlii, BKe OTpuMaHoi 3
KIIHIYHUX TOCTIHKeHB 2L,

r. Onuc koMOiHauii @3T 1 TI'CK (TpaHcruianTailisi reMONOETHYHUX CTOBOYPOBHX
KINTUH)?22324,

Mucopolysaccharidosis I, 11, and VI: Brief review and guidelines for treatment,
2010:
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Myxkomnoaicaxapuaos |l Tumy

3amicHy (epMeHTHY Tepamito JUisl JIiKyBaHHS MyKomojicaxapuaosy |l tumy
MPOBOJMIN TIUIIXOM BHYTPIITHROBEHHOTO BBEACHHS 1aypcynbdasu, siKa €
TIKO3WILOBAHUM ~ OUIKOM, aHAJOTIYHUM HATUBHIA JIIOJACHKIM  1mypoHaT-2-
cynb(darasi, Ta Kka OTPUMYIOThH 3a JOIIOMOTOI0 T€HHOI iHXeHepil B Oe3mepepBHOI
minii kmitae groauau (Muenzer Ta inmm, 2007). 3amicHa ¢gepMeHTHaA Teparii 3a
JIOTIOMOTOI0  1Iypcysibdazu Oyna cxBajieHa Ui JIIKyBaHHsS TAIiEHTIB B
Cnonyuenux Illtatax Amepuku B 2006 p. (YmpaBiaiHHSM 3 KOHTPOJIO 3a
XapyoOBUMHU TPOJYKTaMU Ta Jikapcbkumu 3acobamu B CIIIA), B €Bpomi y ciuHi
2007 p. (E€BpomeiicbkUM areHTCTBOM 3 OIIHKHU JIIKapChKUX 3aco01B). Y bpaszumii
peecTpallisi Takoro JiKyBaHHs Jlep»KaBHUM areHTCTBOM 3 KOHTPOJIO 32 CTaHOM
310poB'st HaceleHHs BiaOynacs B 2008 p.

Komenmap pobouoi cpynu
B Vkpaini nikapcekuil 3acio ioypcyavghasa zapeecmposanuti y 2013 poyi (naxa3z
Minicmepcmesa oxoponu 300po6’s Yxpainu 6io 20.11.2013p. Ne991).

JloxainivyHi 70CTiIKEeHHSI

Teapunamu 3 Moje/UTI0 MyKonoricaxapuao3y |l tumy 0ymu mumii (miais 1DS-KO),
y sikux reH IDS 6yB MmoaudikoBaHHi MeTogaMy I€HHO1 1HXKEeHepii. Y JOCIiKeHHI,
npoBeneHomy Muenzer ta inmmmu (2002), 6yin0 mokasaHo, IO Y MHUILICH JTiHIi
IDS-KO 301mbI1eHHST CEY0BOT €KCKPEIIii TT1KO3aMiHOTIIKaHIB BiIOYBa€ThCA BXKE B
6-TrxHEBOMY Billl, a B 10-THKHEBOMY BiIll Y HUX 3'SBJISIOTHCS O3HAKH CKEJIETHUX
aHOMaJIii Ta MOpylieHb Ha MopAl. Hakonmu4yeHHs T1iKO3aMIHOTJIIKAHIB y TIEYIHII,
HUpKax, JIETeHsIX 1 KJamaHax cepis BiIMIYAJOCh B YCIX BIKOBHX Tpymax.
Inypcynbdaza mpu motmwxkHeBoMy BBenaeHHI (0,5 MI/KT) 3MEHIIyBaia CEYOBY
EKCKpELII0 TJIIKO3aMIHOIIIIKAHIB Y WX MUIIEH MICAs TPEeTbOro BIMBAHHS.
3HUKEHHS PIBHSA TJIKO3aMIHOTJIIKAHIB y TI€UIHIl, HUpPKaX, Ceplll, CeJe3iHII,
JIETeHsIX, LIKIp1 Ta CKEJIETHO-M S30B1M cucTeMl Oyso OUTbLI BHUpPAa3HUM Y TBAPUH,
SKMM BBOJMIIH 103y 1 mr/kr. [umre mocnimkenns (Garcia Ta inmi, 2007) mokasaio,
10 BBEJCHHS 1IOTO Mperapary OJUH pa3 Ha THXKACHb a00 Yepe3 KOXKH1 JIBa TUKHI
INPU3BOAMIIO JI0 3MEHIIEHHS CEYOBOI eKCKpeIii TJIKO3aMiHOIIIKaHIB Ta
3MEHIIICHHSI TemaToMeraiii y nmepeBipeHux TBapuH. L1 mocmimkeHHs mokasaiu, o
1ypcyibdaza epekTUBHO 3HIKYE pIBEHb TTIIKO3aMIHOTJIIKaHIB Y cedl Ta TKAaHUHaX
MUIIIEH.

Kuainiuni nocuaigkeHHs

I/ll ¢a3a BunpodyBanb: Byno mpoBeaeHO MMOABIMHE CIIile TOCTIIKCHHS 3a
yuacTio 12 marfieHTiB BIKOM 5 pOKIB 1 cTapiile, SIKHX PO3AUIAIM Ha TpU TPYIU
aikyBaHHs. [lanienTam y nux rpynax mpoBOJWIIM BIMBAaHHS iAypcyiibdasu uepes
KOKHI JIBa TWXHI B HacTtynmHux ngozax: 0,15; 0,50 1 1,50 mr/kr. TpuBamicTb
nocimkenns ckiana 27 tokaiB (Muenzer ta inmi, 2007).
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Pe3roMe OCHOBHUX pe3yJNbTaTiB TOCHTIKEHH: (a) B YCIX MAI[IEHTIB, SIKUM BBOJIUJIH
imypcynbda3zy, He3aneKHO Bif J03H, BIAMIYAIOCh 3HW)KCHHS CEPEIHBOI CEUOBOT
eKCKpeIlii TI11K03aMIHOTIIIKaHIB BXKE MICIs MEPIIOro BIMBAHHS, MPH YOMY O1IbII
MIBUJIKE 3HMKEHHSI CIOCTEPIranoch y rpymax 3acrocyBanus no3u 0,5 1 1,5 mr/kr;
(6) BimOyBajoCh 3MEHIICHHS PO3MIpIB TEYiHKH Ta Cele3iHkw; (B) y rpymnax
3acTocyBaHHA imypcyibdasu y mozax 0,50 1 1,50 Mr/kr cmoctepiraaoch 3Ha4HE
30UIBIICHHS BIJICTaHI TMPH MPOBEACHHI O-XBWJIMHHOTO TECTy 3 XOJb0OOIO
(P =0,013); (r) mikyBaHHS 1aypCyiab(ha3ol BIPOJOBK OJHOTO POKY 100pe
nepenocuiiocs namiearamu; (1) antutiaa |gG Oynu BusiBiieHi y 6 3 12 maliieHTiB
(3 mamientn y rpymi 3actocyBaHHsS 103 0,5 Mr/kr i 3 marmieHtd y rpymi
3acTOCyBaHHA 703 1,5 Mr/kr). [losiBa aHTHUTIN HE CYNpPOBOKYBAJIACh OYIb-SIKUM
KJIIHIYHUM a00 O10JIOTIYHMM BIUIMBOM Ha aKTUBHICTB 11ypcyibdazu. Y KOIHOTO
naiieHTa He yTBoproBayiuch antutina IgE no inypcynbdasu.

[1/11l ¢a3a BunpodyBanb: byno mpoBeaeHO MiXHAPOJHE OaraToIEHTPOBE
JOCITIIKEHHS 3a ydacTio 96 marfieHTiB BikoM Bif 5 10 31 poKy, SKUX pO3AUTHIIA HA
3 rpynu: 1utane6o, imypeynbdasza (0,5 Mr/kr) npu BBEICHHI OJUH pa3 Ha THXKJICHb
ta ixypcyiabdasa (0,5 MI/Kr) npu BBEACHHI Yepe3 KOXKHI JiBa TYOKHI. TpUBaNiCTh
JOCIIKEHHs ckiana 53 TwxkHi. [lpu panaomizanii npoBoauau cTpaTu@ikaiio 3a
BIKOM 1 CTyNEHEM BHMPA3HOCTI 3aXBOPIOBaHHS HAa MOYATKY JOCIiKeHHs (TpH
OLIHLI 3a pe3ylbTaTaMU NPOBEACHHS 6-XBUJIMHHOIO TECTy 3 XOJb0OOI0 Ta
BusHadyenHi ®IKEJT y Biacotkax) (Muenzer Ta inmri, 2006).

Pe3toMe OCHOBHHX pe3yJbTaTiB JOCHIDKeHHSA: (a) y rpynax Mali€HTiB, SKUM
BBOJIWIIM 1aypcynbda3y, 00’e€qHaHUl TMOKAa3HUK ((PopcoBaHa >KUTTEBA E€MHICTH
JIETEHIB y BIJICOTKAX Ta Pe3yJbTaT MPOBEACHHS 6-XBWJIMHHOTO TECTY 3 XOAHOOI0)
OyB 3HauHO BHIUM; (0) micis 53 TIKHIB IMOTHXXKHEBHX BJIMBaHb iAypcylsibdaszu
3HAYHO 301IbIIYBAJIACh B1/ICTaHb, BU3HAYEHA MPU NMPOBEACHHI 6-XBUIMHHOTO TECTY
3 x0mpOorw; (B) y TAIl€HTIB, SKHM IIOTMKHS BBOJWIN iXypcyibdasy,
301UIbIIIYyBaJIach (POpCcOBaHa JKUTTEBA EMHICTH JIETEHIB Yy BIJCOTKAX BiJ HaJIEKHOI
BeNMYMHM, (I) IO CTOCYEThCS aOCOMIOTHOI BEIUYMHU (HOPCOBAHOT KHUTTEBOI
€MHOCTI JIETEHIB, TO B Ipynax IIOTHKHEBOTO BBEACHHS 11ypCyib(azu Bi0yI0CS
3HA4He 301IbIICHHS i€l Benmumdunu; (1) micas 18 THKHIB JIiKyBaHHS B 000X rpymnax
BBEJICHHS 11ypCy/b(asu 00’eM MeuiHKK 3MEHIIMBCs Oinbine HiX Ha 20 %; (e) y
nepiog Bix 18 mo 53 TwxkHiB nmikyBaHHsS npubauzHo y 80 % maiieHTiB 3
rernaToMeragi€ro BigMmidaBcs HOpMalbHUN 00’eM meuinku; (€) micas 18 THKHIB
JiKyBaHHs 00’ €M cene3iHKU 3MeHIuBes mpudau3Ho Ha 20 % 1 25 % BianoBigHO Y
rpynax TMaIi€HTiB, SKUM BBOJWIHN 1AypCylbda3y IIOTHXKHS 1 4epe3 KOXKHI JIBa
THOKHI; (OK) micist 53 THKHIB y Tpynax BBEACHHS iaypcyibdasu 00’eM celie3iHKku
3aJMIIaBCS 3HAYyHO HWK4YMM; (3) y 53 TwknmeHb y rpynax 3acTOCyBaHHS
11ypcynbdas3u piBeHb TI1K03aMiHOTJIIKaHIB OyB 3Ha4HO HUXKYUM. [Ticis 53 TuxHIB
JIKYBaHHSI, HE3aJIEXKHO BiJI CXEMHU JO3yBaHHA 11ypcyibda3u, HOpMaIbHUN PIBEHb
IJIKO3aMIHOTJIIKaHIB Yy cevi BigmiuaBcs y 26 3 64 mamientiB (40,6 %), a y
OUIBIIOCTI MAIEHTIB IICH piBeHb HAOIMIKYBABCSA 10 HOPMAalbHUX BeIUYMH; (M)
CIIOCTEPIrajocs MOKPAIIEHHS PYXJIUBOCTI JIIKTHOBOrO cyriobOa; (i) JiKyBaHHS 3a
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JIOTIOMOTOI0  1ypcysibda3u  BIOPOJOBXK OJHOTO POKY [00pe TMepeHOCUIOCs
namientamu; (1) antutina 1gG Oymu BusBieHi y 15 maiieHTiB y TpyIi BIMBaHHS
1ypcynb(a3u HOTHXKHS Ta y 15 maiieHTiB y rpymni BIUBaHHS 1ypcyiabdasu uepes3
KOXHI J1Ba TrkHI; (i) antuTira IgM 3'aBisuivch y 2 TAIiEHTIB — 1O OJHOMY
NAI€HTy B KOXHIHM TPyIIi 3aCTOCYBaHHSA iMypcynb¢asu; (K) BIUIMB Ha EHTPAIbHY
HEPBOBY CHCTEMY HE BiJIMiuaBCs.

Mucopolysaccharidosis type Il: Guidelines for Assessment, Monitoring and
Enzyme Replacement Therapy (ERT), 2010:

Kopomxuii oenso oocnioscens 3 nposedenHsM hepmeHmuoi 3amicHoi mepanii

[Ipenapar, sikuii BUKOPUCTOBYBAJIM Y KJIIHIYHUX BUIPOOYBAHHSAX 3 MPOBEICHHSIM
dbepmenTHOI 3amicHOI Tepamii, Ha3uBaeThca iAypcyibdazoro (Enampasa).
Inypcynphasy oOTpuMyIOTh NUIAXOM TexHoJorii pekomdOinanTHoi JHK 'y
Oe3nepepBHI KMTHHHINA JiHII moauHu. Lle oummena dopma ni30coManbHOTO
depmenty  imypoHar-2-cynbdarazu.  3anuimmkd  MaHHO3H-6-pocdary  Ha
OJIIFOCAXapUAHMUX JIAHIIorax 3a0e3neuyroTh cnenudiuie 3B'13yBaHHS (PEPMEHTY 3
perenTopaMu MaHHO3M-6-PochaTy Ha MOBEpXHI KIITHH, IO MPU3BOIUTH O
KJIITUHHOI 1HTepHam3anli (epMeHTy Ta Opl€HTalli Ha BHYTPIIHbOKIITHHHI
J130COMHM Ta JI0 TTOAAIBIIOT0 KaTa0oIi3My HAKOTTMYCHUX TJI1KO3aMiHOTJIIKaH1B.

ba3zosi oocnidocenns

I/I ¢a3a BunmpoOyBanb [6]. JIBaHamgsTh MAalli€HTIB Opalu yd4acTh Y
pPaHAOMI30BaHOMY IMOJBIMHOMY CIITIOMY TIa1e00-KOHTPOIHOBAHOMY JTOCIIIKEHH1
13 30UIBIIEHHAM J03W, SKE€ TPHUBAJIO BIPOAOBXK 24 THXKHIB, TICIAS YOTO
PO3MOYMHANIOCH BIAKPUTE PO3LIMpPEHE JOCHKEeHHsA. OCHOBHUM NapaMeTpoM
edeKTUBHOCTI OyJia 3MiHa €KCKpelli TIIKO3aMIHOTIJIIKaHIB 13 Ce€4Yer0 MOPIBHIHO 3
MOYaTKOBUM TmiepiofoM. Pesynbratu: PiBeHb TJIIKO3aMIHOTJIIKAHIB Yy  cedl
3MEHIIYBaBCSl BOPOJOBXK 2 TIXKHIB MICHS IMOYAaTKy BBEAEHHS 1Aypcyiibdazu i
3anumaBcd HU3bkuM yepe3 48 TkHiB (P < 0,0001). O6'eM nediHKU Ta cele31HKU
O0yB 3meHmeHuM yepe3 24 twkHi (P < 0,01) 1 48 TrxniB (P < 0,001). Yepes 48
THKHIB TIpU  TPOBEIEHHS O-XBWJIMHHOTO TECTY 3 XOJbOOI0  BIACTaHb
30uTBITyBasIach y cepenubomy Ha 48 metpiB (P = 0,013). V 6 namienTiB y rpynax
3aCTOCYBaHHS BHILIUX J103 3'ABWIMCH aHTUTUIA [gG, fKi HE MOBHUHHI BIUIMHYTH Ha
KJIIHIYHY aKTUBHICTb 10ypCyibdasu.

II/III ¢a3a BunpodyBanb [7]. PanmomizoBane moxaBiiiHE ciine riane6o-
koHTposiboBane aociimkeras (TKT024) Oymo mpoBeneHo B 9 1eHTpax pi3HUX
Kkpain cBiTy. OCHOBHOIO METOIO JOCHI/DKEHHS Oylia OIliHKa O€3MeKu Ta
e(heKTUBHOCTI 1aypcyibdazu Tpu MOTHNKHEBOMY BBeICHHI y 1031 0,5 wmr/kr
nopiBHsHO 3 1Mwiane6o. Kpim Toro, B 1bOMYy JOCIHIPKEHHI OI[IHIOBAIU 11O
1aypcynbdaszu npu BBeAeHH1 y 4031 0,5 MI/KTr KOKHOTO APYTOro THXKHS MOPIBHSIHO
3 mane6o. [lpu pangomizamii 96 marieHTiB OyiM pO3MOAUICHI B OJIHY 3 TPhOX
rpyn, NpU LBbOMY KOXXHOMY TAaIll€EHTy MPOBEIM 3arajioM 52 BIWMBaHHS a0o
imypeynbdaszu, abo igypcynbdasu mpu ii NOTHKHEBOMY YepryBaHHI 3 Iuiaiedo,
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abo miane6o. OCHOBHUM KpuTepieM €(EeKTUBHOCTI B IIbOMY JIOCIHIIKEHHI OyB
KOMITJIEKCHHM TIOKa3HHWK, IO CKJIaJaBcs 3 JBOX KIIIHIYHUX TIOKa3HHUKIB —
dbopcoBana KUTTEBA EMHICTH JiereHb (DIXKEJI) 1 pe3ynapTaT 6-XBUIMHHOTO TECTY 3
xonp00t0 (6MWT). Pesymbratéi — e(peKTHUBHICTH: Y MAIl€EHTIB, SKUM BBOIWIN
1aypcynbda3y moTuxHeBo y A031 0,5 Mr/Kr, BiAMiYaducCh CTAaTUCTUYHO 3HAYYII
smiau (P = 0,0049) mopiBHSHO 3 BBEEHHSM IUIane00. Y MaIi€HTiB, SKUM BBOIUIIH
1ypcyibda3dy KOXHOTO JIPYyroro THXKHS, TaKOX BiIMIYAIUCh CTaTUCTUYHO
sHauymil 3miHud (P = 0,0416) mopiBHAHO 3 BBeJEHHAM IuTanie6o. Pesynbratu —
oesmeka: JlikyBaHHS 1aypcyibda3zor, SK TpaBuUiio, A00pe MEePEeHOCUIIOCHh
namieHTamMy. HalvacTimyMmu MOOIYHUMM SBUIAMM, IO CIIOCTEpIrajuch, Oyiu
SBMIIA, TIOB'I3aH1 3 KIIHIYHUMH TposBaMu Mmykomodiicaxapunao3y Il tumy. Cepen
MOOIYHUX SIBUIL, PO3IIHEHUX SK MOXIMBO TIOB'SA3aHl 3  1Aypcyiibdhasoro,
HaWYaCTIIIMMU SBUIIAMU OYyJU peakiiii, MoB'sa3aH1 3 iHPY31€l0, 1 111 peakiii 3arajiom
Oynu cimabo BHpaKEHMMHU. BrpoaoBx AoCHiKeHHS OyJlo 3apeecTpOBaHO JBa
BUIIAJIKK CMEPTI MalI€HTIB, 1 00MABA 11 BUMIAIKKU OyJIM PO3LIHEHI SIK HE TIOB’s3aHI 3
JIKYBaHHAM 10ypcyibdazor. VY Jeski Mepiogud BOPOJOBXK JOCHIKEHHS Yy
namieHTiB BUsABIsIMCh aHTuTina IgG 1 IgM. Antutina IgE He Biamivamuce.
JKomnoro marieHTa HE BHKJIIOUMIM 13 JOCIHIJDKEHHS 4epe3 NOoOIYHE SBUIIE,
pO3LIIHEHE K MOB's3aHe 3 1aypcyibda3zoro. Yci MaimieHTH, 3a BUHSITKOM JIBOX
mosier, sxki momepiu mix vac gociimkeHHs TKTO024, mpomoBXwim ydacTh y
BiikputoMy posmmpenomy nociimkenHi (TKT024EXT), axke Ha maHuii yac e
TpPUBAE.

Pozwupeni oocnioscenns / inwi docniosxcenms

Hoscocmporose siokpume posuiupene docniozicerns [8]

VY 11bOMY BIIKPUTOMY PO3IIUPEHOMY JAOCTIHKEHH] Opayid ydacTh BCi 94 marfieHTH,
SK1 3aBEPIIWIM TOJIOBHE JOCIHIKEHHS 13 3aCTOCYyBaHHAM iaypcyibdaszu. Bonu
OTpUMYBAJH iTypcynbdasy B 1031 0,5 MI/KT MIOTHXKHS BIPOJIOBXK 2 POKIB, 1 Y HUX
OLIIHIOBAJIM KJIIHIYHI pe3yibTaTH Ta Oe3neky. Pe3ynabTaTé — epeKTUBHICTh: 3MIHU
(dbopcoBaHOi KUTTEBOI €EMHOCTI JIET€HIB y BIJICOTKaX BiJl HAJEKHOI BEIUYMHU HE
BIIMIYAJIKCh, ajie JJisi aOCOMIOTHUX BEJIIMYMUH (POPCOBAHOI KUTTEBOT EMHOCTI OYJIO
MPOJIEMOHCTPOBAHO CTIMKE MOKPAIICHHS, 1 HAIPUKIHII JTOCTIKEHHS 1151 BEITUYMHA
30uTpImmiach Ha 25 %. Ilim dac OUThIIOCTI TEPiOJIB BIAMIYAIOCH CTATUCTUYHO
JIOCTOBIpHE 30UIBIICHHS BIJACTaHI TPU TPOBEACHHI O-XBWJIMHHOTO TECTy 3
X0160010. BIposioBx 2-pidHOTO PO3MIUPEHOTO JOCTIKEHHS CcepeaHid o00’eM
NEYIHKU Ta CEeJE31HKU 3ajullaBcs 3HKeHuM. CepeHii Aiana3oH pyXiB Cyrjio0iB
MOKPAIIMBCS JJIS TIJIeYa 1 3aJuIIaBcs CTaOUIBHUM IS 1HIIMX cyrno6113 Iamexc
HEJIIE€3ITATHOCTI 32 pesynbTaTamMu OIIIHKK SK OaThKaMH, TaK 1 JIThbMH 3a
JIOTIOMOTOI0 aHKETW JUIsl OIHKKA 3JI0pPOB'Sl JWTHHH, 3HAYHO TIMOKPAIIUBCS.
Pesynbratu — G6e3neka: [10614H1 sBUIIA, TOB'SI3aH1 3 BIMBAHHIM, BUHUKAIA Y 53 %
namieHTiB. IX wactoTa focsrana MakCUMyMy B 3-if MicsAlb JKyBaHHS, a IOTIM
3MeHInyBanack. Helitpanizyroui anturtina [gG Oynu BusiBiieHi y 23% maili€eHTis, i
OyJ0 CXOke Ha Te, L0 HAsABHICTh TaKUX AHTUTLI MOCialIoBalia MOKpAIICHHS
byukiii gereHiB. KorHiTuBHY QYHKIIIIO B IIbOMY JOCIIIKEHH] HE OI[IHIOBAJIH.
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JlikyBaHHS miTei BikoM 70 6 pokiB [9]

3 Wi€I0 METOI0 NPOBOAWUIM JOCTIKEHHS 13 CIIOCTEPEKEHHSIM ISl OI[IHKHU
pe3ynbTaTIB JIIKYBaHHS MpH CUHApoMi XaHTepa. Y LbOMY AOCTKEHH1 Opanu
yuacTe 124 marieHTH, SKUM TOYalu BIMBaTU iaypcynbdazy (y mosi 0,5 mr/kr
yepe3 KOXKHI JBa TIXKHI) A0 O-piyHOrOo BIKY Ta Ui SKUX OYB OTpHUMaHMA
NpUHAWMHI OJMH PE3yJbTaT OLIHKU B IepioA criocTepexeHHs. CepenHiil BiK TiTeH
Ha TOYaTKy IPOBEJEHHS 3aMiCHOiI (epMEHTHOi Tepamii cTaHOBUMB 3,6 PpOKIB.
Cepennst TpUBANICTh JIIKyBaHHS ckiiana 22,9 micaiiB. Pe3ynbTaT — epeKTUBHICTS!
[Ticnst MiHIMYM 6 MICSITIB JIIKYBaHHS 11ypCyib(ha30t0 piBeHb TJIIKO3aMIiHOTIIIKaHY B
ceui 3MeHmuUBes 3 592 £ 188 mo 218 + 115 Mkr/mr kpeatuniny ( P < 0,0001,
N =34). Po3Mmip mediHKA TpPU HOTrO OIIHIN HUIAXOM TaJbIalii TaKoX 3HAYHO
smenmmBces (P = 0,005, n = 23). Pesynbratu — Oe3nexa: Y 33 (26,6 %) namieHTiB
3arajoM BigMivanaoch 69 peakiiiii Ha BIMBAaHHS, BKIIOYAal0YM 3 cepilo3H1 MOB’s3aHi
3 BJIMBAHHAM peakilli, sIKI BUHHUKAIM y OJHOro mnarmieHTta. CXO0X1 pe3yiabTaTH
OLIIHKK Oe3MeKn Ta €PEeKTHBHOCTI CHOCTEPIrajuCh y MALIE€HTIB, SKUM MOYaIn
JIKyBaHHS 11ypcynib(a3oro y Bill 6 pokiB 1 crapuie. [HTenekTyansHy (PpyHKIII0 HE
OLIIHIOBAJIH.

Ha >xanp, nexigbka BaXKJIMBUX ITMTAHb 3aJIMIIAIOTECS O0€3 B1AITOBIII.

1. SAxuM YMHOM cepel MaJleHbKUX JITeH MO)KHa 17eHTH(]IKyBaTH MAIEHTIB 3
IJIBUIIICHUM PU3UKOM PO3BHUTKY KOTHITUBHUX MOPYIICHB?

2. Uu iCHYIOTH JIOKa34 TOTO, IO y TaKUX MAalll€EHTIB MOKPAIy€e€ThCs] KOTHITHBHA
byHKIIIS Y pe3yJIbTaTi 3aMicHOT (pepMEHTHOT Teparii?

3. Uwu € HaaiiHUMU KpUTEPIi OI[IHKH, K1 BUKOPUCTOBYIOTHCS B JaHUM dac?

Komenmap pobouoi cpynu

AKWo KoeHIMUBHI NOpYULeHsl 8xce HAABHI, Mo Y dimell 810 MpPbOX POKIG iX MONCHA
susieumu 3a oonomozoiro wkanu Leiter-IIl, sxa ¢ nesepbanbhoilo Memoouxoio
oyinku koeHimusnux ynxyin. Yepes nesepoanvry npupooy Leiter-I11, it moocna
3acmocosysamu i 00 dimeti 3 NOPYUWEHHAM 30py ma Mosu. [lana memoouka mae
BUCOKY KOHKYpeHmuy éanionicmo i3 mecmom Bexciepa (WISC-1V). Ilpu nompe6i
diacnocmuxu dimetl 610 uicays i 0o 6,5 poxie MOMCHA BUKOPUCTOBYBAMU WKATLY
Merrill-Palmer Scale-Revised (M-P-R). [Jana wxana oyinwoe e6ionogionicme
PO3BUMKY OUMUHU, 8 MOMY YUCTI | KOCHIMUBHO20, ii 8IKY 34 00NOMO2010 3A80aHb,
SAKI OUMUHA NOBUHHHA BUKOHAMU, MOOMO Memoouka € 06 ‘exkmusHoro. Kpim moeo,
KOCHIMUGHULL pO38UMoK Oimetl 8i0 2,5 pOKi6 MOJCHA OYIHUMU 3d OONOMO20IO
mecmy Bexciepa ons oowxkinensm (Wechsler Preschool and Primary Scale of
Intelligence™ — Fourth Edition (WPPSI™ - |V)).

Mucopolysaccharidosis I, 11, and VI: Brief review and guidelines for treatment,
2010:

MyxkomnoJgicaxapuao3 VI tunmy
3amicHY (hepMEHTHY Teparliro JJis JiKyBaHHS MyKoroJjicaxapuao3y VI npoBoasTh
IUIIXOM BHYTPIIIHBOBEHHOTO BBEIEHHS rayicynbdasu, ska € peKOMOIHAaHTHOIO
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dopmoro depmenty N-amneTwiranakro3aMin-4-cyiabhara3d, CHHTE30BaHOIO 3a
JIOTIOMOTOI0 T€HHOT 1HXKeHepil 3 KITHH sieyHuKa kutaiicbkoro xom'sruka (Fuller ta
i, 1998; Auclair ta iamm, 2003; Harmatz ta inmni, 2008). Jlo3Bin Ha mpomax i
BUKOpUCTaHHS Taicyibdasu OyB orpumanwmii B 2005 p. B CIHA (Bumanwmii
YrpaBiiHHAM 3 KOHTPOJIIO 32 XapUOBUMHU MPOAYKTaMHU Ta JIKapCHhKUMHU 3aC00aMu
B CIA), B ciuni 2006 p. B €Bpomneiickkomy Coro3i (BumaHuii €BpoIeliCchKUM
areHTCTBOM 3 OIL[IHKH JIIKapChbKUX 3aco0iB), a B sroToMy 2009 p. 1eit npenapar OyB
3apeecTpoBaHMii B bpasuiii ATEHTCTBOM 3 KOHTPOJIO 3a CTaHOM 3JIOPOB'S

narieHTiB (ANVISA).

Komenmap pobouoi cpynu
B Vkpaini nikapcokui 3acio eancynvghaza sapeccmposanuti y 2013 poyi (nakas
Minicmepcmesa oxoponu 300po6’s Ykpainu 6io 02.08.2013 Ne684).

JloxkainivHi 70CTiIKEeHHS

JocmikeHHss (Ha KOTax) 3 BHKOPHCTAaHHSIM EKCIIEPUMEHTAIBLHOI  MOJIENi
MyKoToJricaxapuao3y VI Tumy mokaszanw, o BBEICHHS TalCyIb(a3u MPU3BOIUIO0
JI0 3HAYHOTO 3MCHIICHHS JesKuX o3Hak 3axBoproBanus (Bielicki Tta inmmi, 1999;
Turner Ta iumm, 1999; Kakkis, 2002; Auclair ta ixm, 2003). B mux gocmimKkeHHIX
TaKOXX BIAMIYAJOCh 3MEHIICHHS 3amaciB TJ1KO3aMIHOTJIIKaHIB B OpraHax,
30UTBIICHHS PYXJIMBOCTI CYIJIOOIB 1 TMOMEpe/Kaioch abd0 YMOBUIBHIOBAIOCH
MIPOTPECYBaHHS YPAXKECHHS CKEJIETHOI CHCTEMU.

Kuainiuni gocaigkeHHs

I/I1 ¢pa3a BunpodyBanb: Harmatz i cnisaTopu (2005b) mpoBenu gocmimkeHHs 3a
y4acTio 6 Maii€eHTiB MNP BUKOPUCTaHHI IBOX PI3HUX 1103 mpemnapaty: 1 mr/kr i 0,2
MI/KT IpY BBEJEHHI IIUIIXOM IIOTHKHEBOT 1H(Y31i BOPOAOBX 48 THIKHIB.

Pe3toMe OCHOBHHX pe3yibTaTiB JOCHIHKEHHS: (a) mpemapar J00pe MepeHOCHBCS
nariesTamu (0) BiZOyBaJIOCh 3HIKCHHS €KCKPEIIil MTIKO3aMiHOTIIIKaHIB 3 CeUero.

IT ¢a3a BunpodyBaHb: Y JOCIIKEHH], IPOBEACHOMY 3a ydacTio 10 mamieHTiB,
BUKOPHCTOBYBAIH 7103y | MI/KT, BCTAaHOBJIEHY B MOIEPEAHHOMY JIOCIIIPKEHHI, TIPU

IIOTHKHEBOMY BHYTPIITHBOBCHHOMY BJIMBaHHI BIpoaoBXk 48 TmwkHiB (Harmatz ta
a1, 2005a).

Pe3toMe OCHOBHHUX pe3yJbTaTiB JOCTIKCHHS: (a) MiATBEPIKCHHS PE3y/IbTaTiB
nocmimkenns B pamkax |/l ¢asu, (0) mokpaiieHHS 37aTHOCTI MiAHIMATHCH
cxomamu; (B) MOKpAIIEHHS pe3yabTaTy TeCTy 3 12-XBHJIMHHOIO X07b0010; (T)
BIIUYTTS 3MEHIIEHHS! CKYTOCT1 CYTJI001B Ta 00JI0 B Cyriio0ax.

I1I ¢a3a BunpoOyBaHb: Y 11bOMY JOCIIIKEHHI 3aCTOCOBYBAJIM TaKy camMy /03y 1
TOM caMuii croci® BBEJEHHs, K 1 y JociijkeHHl B pamkax |l daszu, ane temep
JIKyBaHHS MPOBOIMIM I 39 marieHTiB BOpoaosxk 24 twkHiB (Harmatz Ta ixmi,

2006).
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Pe3foMe OCHOBHUX pe3yNbTaTiB JOCTIDKCHHS: (a) MATBEPIKECHHS PE3yJbTaTiB
MIOTIEPETHROTO JOCTIKeHHS; (0) MOKpAIIeHHS 3arajibHOI PE3HCTEHTHOCTI, SIKY
BUMIPIOIOTH 32 JOTMOMOTOI0 12 - XBHJIMHHOTO TECTY 3 XOAbOOIO Ta 3a 3/1aTHICTIO
IiHIMATHCh cXO0JaMH; (B) 3HMKCHHS €KCKpeIii TIIKo3aMiHOTITIIKaHiB 3 cedero; (T)
cepen 54 mMaIli€HTIB, sIKI Opajiu y4yacTh y LUX AOCHIIKEHHSX, TUTBKH Yy OJIHOTO
nari€eHTa He 3'SBJISUIMCH crielrdIuH1 aHTUTLIA JI0 TaICybdasHu.

OCHOBHI IIPUHIMIIN TPOBEJEHHSI ®EPMEHTHOI 3AMICHOI
TEPAIIILI

MyxkomnoJgicaxapuao3 I Tumy

B indopmarii 1y npusHavyeHHs JIapoHiga3u, ska Oysa cxBajeHa YTPaBIIHHIM 3
KOHTPOJTIO 33 Xap4YOBHMH MPOJYyKTaMH Ta Jikapchkumu 3acobamu B CIIIA (NDC
58468-70070-1) 1 €BpomeiicbKUM areHTCTBOM 3 OILIHKH JIIKApChKUX 3aC00IB B
2003 p. ta Oyna 3apeectpoBaHa y bpaswmmii (AreHTCTBOM 3 KOHTPOJIIO 32 CTAHOM
3n0poB's namieHTiB) B 2005 p., BKa3aHo, 110 JApOHIJIa3a € MpenapaTom, MoKazaHuM
JUIs. TAIIEHTIB 3 MyKomnojicaxapuao3om [ tumy y dopmax ['ypaep ta D'ypruep-
[leite, a Takox sl mamieHTiB 13 cuHApoMmom Illelie, y SKUX BiAMIYAIOThHCS
MOMIpHO a00 CHJIBHO BHpakeHI cUMNTOMH. Y JIaTMHCBKIM AMEpHIlNl €IUHOIO
KpaiHolo, B sIKiM Ha JaHui 4yac OyB omyOJIIKOBaHMN KOHCEHCYC 3 JIIarHOCTUKHU Ta
JIKyBaHHsS MyKomoiicaxapunody | tuny, € AprentuHa (ApreHTHHCBKE
neaiarpuyHe ToBapuctso, 2008 p.).

He3natHicTh napoHifja3u NpU BHYTPINIHBOBEHHOMY BBEACHHI MOTPAILIATH Y
[EHTPAJIbHY HEPBOBY CHCTEMY, MPUHAWMHI TPU PEKOMEHJIOBaHIM Ha IaHUN
MOoMeHT A031 0,58 MI/Kr Ha TWXIEHb, OOMEXYye MIil0 LbOro Mpenapary Ipu
HEBPOJIOTIYHUX MOPYLIEHHAX Y MAaIll€HTIB 3 BaXKOK 1 HEUpOJEreHepaTUBHOIO
dbopmoro 11p0r0 3axBoproBanHs (peHotun I'ypiep), TOMy JapoHiga3a moka3aHa Jjis
YCYHEHHSI HEHEBPOJIOTTYHUX CUMITOMIB I[OTO 3aXBOPIOBAHHS.

Hito 3amicHOi (QepMeHTHOI Tepamii y TOE€IHAHHI 3 TPAHCILIAHTALIEIO
reMOIMOSTUYHUX CTOBOYPOBUX KJIITHH MOKH 110 HE BUBYAJIM, X0Ua ICHYIOTh JOKa3U
TOr0, 110 Take KOMOIHOBaHE JIIKYBaHHS 3HUXKY€ JIET€HEBl1 YCKJIAAHEHHS IICIA
tpancrutanTamii (Tolar ta ixmi, 2008). Ha choroHimHiil 1eHb OCHOBHHM JI0Ka30M
Ha KOPUCTHh 3aCTOCYyBaHHS (EepPMEHTHOI 3aMmicCHOI Tepamii y TMaIli€HTIB, SKAM
MOKa3aHa TPAHCIIAHTAIlisl TEMOMOECTUYHUX CTOBOYPOBUX KIIITHH, € TMOKpAIECHHS
(GI3UYHOTO CTaHy MAIll€eHTa HA TOW MEpioj, MOKH BIIOYBAETHCS TOIIYK CyMICHOTO
nonopa (Wraith, 2001).

3a 00'€eKTUBHUMHU JTaHUMH 3aMiCHY (EpMEHTHY Tepamito NOTpiOHO MpHU3HAYaTH B
HACTYITHUX BHUIAAKaX, KOIH € MiATBEPKCHUM JiarHO3 MYKOIMOJicaxapuiao3y
I Tuny: nmanieHTH OyIb-IKOTO BiKY, Y SIKMX BIIMIYAIOTHCS CUMIITOMHU Ta MPUHANMHI
OJIMH KJIIHIYHUN TIPOSIB PeakKilii y BIJIMOBIAb HAa MPOBEICHHS 3aMiCHOI (pepMEHTHOI
tepamii. TakumMu mposBaMH MoOke OyTd HactymHe: (@) pecmipaTopHi



34

3aXBOPIOBAHHs, HANpPUKIAA, OOCTPYKIS BEpPXHIX  JUXaJbHUX  LUISXIB,
penuanByro4Ya iH(MEKIlis, PECTPUKTHBHI 3axBopioBaHH:; (0) mopymeHHS poOOTH
ceplls, HaIPUKJIaa, KapioMioIaTis Ta MaTojoris KiamaHiB cepiit; (B) po3iaad 3
OOKy KICTOK Ta Ccyriio0iB, Kl MPU3BOJATH 0 MOPYLICHHS JIOKOMOTOPHOT (PYHKIII1
a00 YCKIIQIHIOIOTh PYXH, B PE3yJbTaTi YOTO MAIlIEHT MOTPeOye AOMOMOTH 1HIIHX
JIOACH y 3IIHCHEHHI MOBCSAKICHHOI aKTUBHOCTI; (I) amHOE yBI CHI 3 1HJEKCOM
anmHoe Ounpire HiK 1 emizon Ha 1 roUHY CHY JJIs MAIll€HTIB BIKOM MEHIIE HIXK 17
POKIB 1 OinbIne HiK 5 emi3oniB Ha 1 roauHy CHY A gopociux; (1) cepenHe HiuHE
HaCHYEHHs KUCHeM < 92 % y miteit Ta < 85 % y mopocinux; (€) mamieHTH, SKUM
Ba)KKO MPOBECTH 1HTYOAITIIO.

XapakTepUCTUKH Ta CXEMH BUKOPUCTaHHS TperapariB (J103a, 9acTOTa i TPUBAIICTh
1H(Dy311) mpu MyKonosicaxapuao3si | Tury HaBoASIThCS B Tabyuii 1.

Tabmuus 1 — XapakTepucTUKY Ta CXeMH BUKOPUCTAHHS IIpenapariB (J103a, 4acToTa
1 TpUBAIICTh 1HPY31i) Tpu MyKonodicaxapuaosi I tumy, 11 Tuny Ta VI tumy

Myxkonouicaxapuno3 | Mykonosicaxapuno3 | Mykomnomicaxapuao3
I Tumy II Tuny VI tuny
Jlikapcekuit | AnbypazumM® Enanpaza® Harnazum®
3acib i (xopropartist (xommanis «Shire (xommanis «BioMarin
BUPOOHHUK «Genzymey) HGT») Pharmaceuticalsy)
dopma dnakoHH, B IKUX dnakoHH, B IKUX dnakoHH, B IKHX
IMOCTayaHHsA | MICTHTBCS 2,9 Mr/5 MICTHTBCS 6 MI/3 M | MICTHTBCS 5 MI/5 Mo
M (0,58 mr/mi) (2 mr/mut) (1 mr/mur)
Cranpaptaa | 0,58 mr/kr; 0,50 mr/kr; 1 mr/kr;
71032 1 croci0 | BHyTPIIIHBOBEHHO BHYTPIILIHBOBEHHO BHYTPIILIHBOBEHHO
BBEJICHHS
YacroTa Motmxns (7 = 3 nui) | Wotmwkas (7 =3 aui) | Llotrxkns (7 + 3 axi)
BBEJCHHS
Tpusamicte | [Tpubnm3zno 3-4 Bin 1 no 3 roaun Minimym 4 roguHu
BJIMBAHHS TOJINHU

Komenmap pooouoi zpynu

Anvoypazum® — mopeosa Hazea NKAPCbKO20 3Ac00y 3 MINCHAPOOHOI
HenameHmoBaHo HA36010 aaponioasza, Enanpaza®— mopeoea nazea nikapcvkoeo
3aco00y 3 MINCHAPOOHOI HEeNameHmosaHow HAa36010 ioypcyrvgaza, Haenazsum®—
Mope08a HA36a NIKAPCLKO20 3AC00) 3 MINCHAPOOHOI HENnAmeHmoB8aHOK HA36010
eancynvgpaza. Cmanom wna 01.11.2014 poxy 3aszunaueni nikapcobki 3acobu
3apeecmposani 8 Yxkpaini.

Y uemaBuboMy mpociimkenni (Giugliani ta immmn, 2009) Oyno mokasaHo, IO
BBEJICHHSI TIOJIBIMHOT /1031 Yepe3 KOXKH1 2 THXKHI HE TPU3BOIUTH JI0 TTOSIBU 3HAYHUX
HECMPUSATIMBUX SBUII y TAIIEHTA, 1 TAKY CXEMY J03yBaHHS MOYKHA 3aCTOCOBYBATH
y THUX BUNAAKaX, KOJU BAXXKO 3IMCHIOBATH NIOTH)KHEBE BIMBAHHS 3 JEIKUX
orepaTUBHUX a00 METOTUYHHUX TPUIHH.
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Guidelines for the Investigation and Management of Mucopolysaccharidosis
type 1, 2010:

KpuTrepii BKJIIOYeHHS IS JTiKyBAHHS

OCKITbKY PO3JIaAH IUXaIbHOT QYHKINT, XBOPOOU Ceplis, MOPYIICHHS BUTPUBAIOCTI
1 pyxJIMBOCTI € 3Hauymumu npoodnemamu npu MIIC I, ix BukopuctoByBaiu (mopsij
3 IHIIMMU KpUTEpIsIMU) g BU3HadeHHs npupatHocTi ans P3T, a mokasHMKH
MOKpalieHHs: OyAyTh BHUKOPUCTOBYBATUCS JUIsl BH3HAYEHHS €(QEKTHUBHOCTI Yy
KOHKpEeTHOTO mariieHTa. Kputepii BKIIOUYEHHS HE 30I1raroThCs 3 KPUTEPISIMU
BKJIFOUEHHS /10 KJIIHIYHOTO AOCTIPKEHHS, TOMY 1110 SIKIIIO BUKOPUCTOBYBATH TUIBKH
iX, To 0OaraTo TAaII€HTIB 31 3HAYHUM TArapeM XBOPOOH OYIyTh BHUKIFOYCHI.
3anponoHOBaH1 JIOJAATKOBI KpUTEpli HE BUKOPUCTOBYBAIMCS B KJITHIYHHUX
JIOCHIJDKEHHAX, OCKIJTBKHM BBAXKAJIOCS, III0 BOHU € HE JOCHUTH 00'€KTUBHUMH.

Hns mamientie 3 MIIC I, y skux mnpakTuyHO Hemae abo B3arajli BiJICYTHI
KOTHITUBHI TOPYIIEHHS, 3 OyIb-KMM 3 HACTyIHUX CHUMITOMIB, HEOOXIIHO
PO3MIISTHYTH MOXJIMBICTh HETAMHOTO JIIKYBAHHS:

1. OzHaku OOCTpPyKIlli BEPXHIX AUXATBHUX INUIAXIB, TaKUX SK CHHIPOM
OOCTPYKTHBHOI'O allHOE yBI CHI, J1arHOCTOBAHMM 3a JOIIOMOTOI0 TPAIUIIIHHUX
METO/IIB JIIarHOCTHUKA MOPYIIEHb CHY 1 BU3HAYEHHUM SIK 1HIEKC altHOe-TIMOMHOe > 5
y nopocnux (BikoM crapmie 18 pokiB) abo > 1 y miTeld ab0 HaCHUYCHHS KHUCHEM
yHOul <85% y mopocnux abo <92% y nmutmHH. (IHOEKC amHoe-TINOIMHOEe €
CepeIHIM YHCIIOM arHoe a0o TiMOIHOE 3a TOAUHY CHY)?.

2. Jlo 1HIIMX CUMOTOMIB 1 O3HAK BIAHOCSATHCS TPYIHOIII MPH 1HTYOAIll B aHaAMHE31
a00 BHUKOPHUCTAHHS PpEXKUMY IITYYHOI BEHTWUJISLII JIET€HIB 3 TMOCTIMHHUM
no3uTuBHUM TUCKOM (CPAP) a0o HeiHBa3MBHOI BEHTWJIALII 3 JIBOPIBHEBUM
no3uTuBHUM THUCKOM (BIPAP), mo TakoX MOXyTh CBIJYUTH NP0 3HAYHY
OOCTpYKIIi BEpXHIX [AMXaJbHUX UUISIXIB 1 THUM CAMHM MIJITBEPUKYIOTh
MIPAaBOMOYHICTD MALI€EHTIB OTPUMYBATH JIKyBaHHS.

Mucopolysaccharidosis I, 11, and VI: Brief review and guidelines for treatment,
2010:

Myxkonoaicaxapuao3 Il Tumy

3amicHy (epMEHTHY Teparilo MOKHa MPOBOJUTH JUIsl BCIX CHUMITOMATHYHHUX
MAIiEHTIB 3 MATBEPIKEHUM JiarHO30M MyKomoJjicaxapumosy Il tumy. Wraith ta
iHmi (2008) mpumycTwiu, 1m0 mamieHTaM 13 3Ha4HMMU nopymenHsmu [[HC
NOTPIOHO MPOBOAUTH 3aMiCHY (DEPMEHTHY Tepalliio BIPOJIOBXK Nepioay Bif 12 1o
18 wicAmiB, a micas 3aBEpIIEHHS I[LOTO TEPMIHY CJiJl OIIHUTH JOILUIBHICTh
MPOBEJICHHS MIATPUMYIOUOi (PEepMEHTHOI 3aMiCHOI Tepamii, ajge y Nalll€eHTIB 3
CEpHO3HUMHU TOPYUICHHSIMA KOTHITMBHOI (DYyHKIIII 3arajbHa KOPUCThb TaKOTO
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JIKyBaHHS € CYMHIBHOIO, OCKUIbKH (DEPMEHT MpU BHYTPIIIHHOBEHHOMY BBEICHHI
HE TIEpeTHHAE TeMaToeHIIehaTiaamii Oap'ep.

3a 00'eKTUBHUMHU JaHUMH 3aMiCHY (DepMEHTHY Tepamiio MoTpiOHO MpU3HAYaTH B
HACTYIMHUX BHITAJIKaX 3 MiATBEPKCHUM J1arHO30M MyKoroicaxapuao3y Il tumy:
NaIieHTH OyIb-SIKOTO BiKYy, Y SIKUX BIIMIYAIOTHCA CHUMITOMH, Y SKUX BIJICYTHI
CHUJIbHI KOTHITHBHI TOPYIICHHS Ta y SKHX CIIOCTEPIraeThCsl MPUHAWMHI OJWH
KJIIHIYHUH TIPOSIB peakilii y BiMOBIIb HA JIIKYBAHHS IUISIXOM (PEPMEHTHOI 3aMi1CHO1
Tepamii: (a) pecmipaTOpHi 3aXBOPIOBAHHS, HAIPHKIAA, OOCTPYKIiS BEPXHIX
JOUXaJbHUX M[UISXIB, PEHUANBYIOUl 1H(MEKI[], peCTPUKTUBHI 3aXBOproBaHH:; (0)
posnaau 3 60Ky KICTOK Ta CYri00iB, Kl TPU3BOASTH 0 MOPYIIECHHS JIOKOMOTOPHOL
GbyHKIIT 200 YCKIaAHIOIOTh PYXH, B PE3yJIbTaTl YOr0 Malll€EHT MOTPeOye JT0MOMOTH
IHIIUX JIFOJIeld Yy 3AIMCHEHHI MOBCSKACHHOI aKTUBHOCTI; (B) amHOE YBI CHI 3
1HJEKCOM arHoe Ounbiie, HiX 1 emi3od Ha 1 roguHy CHy Il MAIll€EHTIB BIKOM
Modoire 18 pokiB i OunbIe, HiXK 5 eni3oniB Ha | TOMUHY CHY JUISL JOPOCITHX; (T)
cepeaHe HIYHE HacCUUYeHHs KUCHeM < 92 % y mitelt Ta < 85 % y opociux.

Jiro 3amicHOI (hepMEHTHOI Teparii He NepeBIPsUIN B KIIHIYHUX BUMPOOYBAHHSX 32
Y4acTIO JIITEN BIKOM J0 5 POKIB, ajie¢ Take JIKyBaHHS MPOBOIWIN JJisI MaJICHBKUX
JITEH B OKPEMHUX BUMAJKaX, 1 MPU IIbOMY HE 3'SBIIUIUCH O3HAKU 3MIHU MPODLIIO
Oe3rneku Ta ePEeKTUBHOCTI MOPIBHAHO 3 mpodijieM, KUl criocTepiraBcsa y IiTei
CTapIOTO BIKY.

XapakTepuCTUKH Ta CXeMHU BUKOPUCTAHHS IIpenapariB (/103a, 4aCTOTa 1 TPUBAIICTD
1H(Dy311) mpu mykonomicaxapuaosi I Tuny HaBoasaTbes B Tabmui 1.

Mucopolysaccharidosis type Il: Guidelines for Assessment, Monitoring and
Enzyme Replacement Therapy (ERT), UK multidisciplinary group, 2010:

Kpumepii exniouenns ons npogeodenHs niKy8anHs

VY OunrbwmocTi maiieHTiB 3 Mykomnousicaxapuao3om Il Ttumy Baxkka xBOpoOa
po3BUBAETHCS Bxke N0 20-piyHOro BIKY, TOMY JUJIsl BCIX NAIl€HTIB HACTIIHO
PEKOMEHYy€ThCS PO3MIOYMHATH 3aMICHY (PePMEHTHY Teparnito B paHHbOMY BiIll.

Tomy MU TIPOTIOHYEMO TaKl KpUTEPii BKIIOUEHHS

1. 3agmoxkymeHTOBaHMU aAiarHO3 MyKomojicaxapuaosy Il tumy, migTBep/pKeHui
010XIMIYHO, SIK 3a3HAYCHO BUIIIE.

2. Bci mamieHTH BIKOM JI0 T'ATA POKIB (Y0JIOBIYOi Ta >KiHOYOi ctati). [Ipote
3QIUIIAETHCS BAKKUM THUTaHHS TPO T€, YM TOTPIOHO JIIKYBATH MAIlIEHTIB 13
3HaYHUMH KOTHITUBHUMH TOPYIIEHHSMHU. 3 OJHOTO OOKy, 3amicHa (epMeHTHa
Tepamisi 3HAYHO TMOKpallye BicuepaibHl (yHKIil. 3 iHmoro OOKy, ICHY€
HEJOCTaTHbO JOKa3iB TOro, Mo (EepMEHT NpH BHYTPIIIHBOBEHHOMY BBE/ICHHI
nepeTuHae remaroeHuedariyauil 6ap'ep, 1 TOMy BIH HE BHUKJIMKAE a00 BUKIMKAE
JUIe He3HA4YHE 3HIKEHHS KOTHITUBHOI AuchyHKIi. [IpoTe y MalleHbKHX IiTeil
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OyBae nyXe BaXXKO MNEpendauuTd 3HUKEHHS KOTHITUBHOI (DYHKII y MI3HIIINIA
TEPMiH.

3. JlikyBaHHS TaKOX MOTPIOHO 3aMpONOHYBATH BCIM MAIllEHTaM BIKOM CTapile
n'situ pokiB. [IpoTe sKIIo Ha i cTajli ICHYIOTh 10Ka3H MPOTPECYI0YOro 3HAYHOTO
3HWKEHHS KOTHITUBHOI (PYHKIII{, TO MUTAaHHS PO JOUUIBHICTH MOYATKY JIKyBaHHS
BUpIIIY€E JIKYIOUMN JIiKap Ha CBil po3cya mpu obroBopeHHi 3 O6artbkamu. Ha it
cTajii MoTpiOHO BpaxoBYBAaTH AYMKY CIIBPOOITHHUKIB 1HIIIOTO IIEHTPY.

Kpumepii suxnouenns

1. BariTHi )iHKH a00 KIHKH, K1 TOAYIOTh JUTHHY TPYJIIO0. 13 3p03yMUINX MPUYKH
e sBumle € piakicHum. [Ipore s ojHIET MAIll€EHTKH, SKIM MPOBOIUIN 3aMICHY
(dbepMeHTHY Tepalrito, IPUIMUHIIM JIIKYBaHHS Ha MEePIIOMY TPUMECTP1 BariTHOCTI, a
MOTIM TMOHOBWJIM IiJi 4Yac Mepiojy BariTHOCTI, o 3aimummBcs. [Ipo Oynb-ski
HECTIPUSITIIMBI SIBUIIE HE TTOBITOMJISLIIH.

2. TlamieHTH 3 TakKUM CTYIIEHEM 3aXBOPIOBAHHS, y SKHUX XBOpoOa € HACTIIBKU
IPOrPECYIOUOI0, LI0 ICHY€E JHIIE HE3HAyHa BIPOTIJHICTh TOTO, IO 3amicHa
dbepMeHTHa Teparisi 0yJie KOPUCHOIO.

3. HemocTaTHs yCBiTOMITIOBaHICTb.

4. BiACYTHICTh KOPUCHOI COLIIAJIBHOI B3a€EMO/II.

5. HeKOHTaKTHICTb.

6. HasgBHICTB 1HIIIOTO 3arpO3JIMBOrO JUISl )KUTTS 3aXBOPIOBaHHS, MIPU IKOMY 3aMicHa
dbepMeHTHA Tepallisi HaBpsi/l YU BIUIMHE Ha MPOTHO3.

Tlouamxoei o6cmedicenHs

[lamieHTH MOXYTh OYTHM HE3JATHUMHU 3aBEPIIUTH BCl OOCTEXEHHs. Baiusi
oOcTexxeHHsT OynM BUIIICHI SKUPHUM IIpUPTOM. SKIIO 3aCTOCOBAHO, TO
oOcTexeHHs, 3a3HayeHi B myHkTax (I') 1 (1), cimix Takok BBaXKaTH BayKIUBUMU IS
MaIi€HTIB CTAPIIOTO BIKY (> 5 pOKiB).

Kniniuna oyinka

AnHaMHe3.

A) KouiniuHe o0cTeKeHHsl, BKJIIOYAOYH BH3HAYEHHS 3POCTY Ta BAarw,
OKPY>KHOCTi T0JIOBH.

b) BusHaveHHsI )KMTTEBO BAXJIMBHUX MOKA3ZHHUKIB: MYJbC, 4YaCTOTA JUXAHHS,
aprepiajibHUIl THCK, KICHEBA HACUYEHICTH i3 MOBITpH.

B) OtopuHoJapUHIOJOTIiYHEe O0CTeKEHHSI BEPXHIX AMXAJbHUX IUISAXIB 3
MPOBeICHHAM OLIHKY CHY 32 HASIBHOCTI MOKAa3aHb.

[') IlpoBemenHst TecTiB sl OLIHKK (DYHKII JIET€HIB, 30KpeMa, BHU3HAYCHHS
(dhopcoBaHO1 KUTTEBOI EMHOCTI JISTCHIB.

) TecT 3 6-XBUIMHHOIO XOAH001O0.

E) EKI i exokapaiorpadis.

K) OdranpsMonoriuae 00CTEKEHHS 3 €EeKTPO(D1310JI0TTUHUM JTOCHIIKEHHAM O4el
Ta BU3HAYCHHS BHYTPIITHOOYHOTO TUCKY.

3) BuzHaueHHs IBUIKOCTI HEPBOBOI'O MPOBEACHHS, 1100 BUKIIOYUTH 3aIl'ICTHUN
TYHEJIbHUWA CUHIPOM
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[) @izioTepaneBTUYHE AOCTIKEHHS U1l BHUMIPIOBaHHS [iama3oHy pyXiB y

cyrio0ax B IUIeUax, JIKTIX, KOJiHAX 1 CTeTHaX.

K) MPT-ckanyBaHHS TOJIOBHOT'O MO3KY Ta KpaH10-1I€PBIKAJILHOTO 3'€THAHHSI.

JI)  OOcTexxeHHA  CKENeTHOI  CHUCTEeMH:  INIMAHUK  BIigAl — Xpebdta —

3TUHAHHS/BUTATHEHHS, TIOTIEPEKOBUH BIAALI XpeOTa, CTerHa 1 Tas3.

M) Ouinka HeBpoJIOT1YHOT PyHKIII].

a. Jlitu 10 5 pokiB

— IloBimomiienHs 6aThbkamu (aHkeTa BalinineHa)

— CranmapTHe HEUpPOINCUXOMETpUYHE  JOCHIDKEHHS, HaNpuKiIal, OIiHKa
aKTUBHOCTI CHCTEMHM aKTHBaIlll MOBEIIHKK a00 Oy/b-sKa 1HIA METOAMKA, IO
BUKOPHUCTOBYETHCS y JIabopaTopii.

0. Jlitu crapie 5 pokiB

— Po3paxyHok kiibkocTi OamniB 3a mikanor Eckonapa aiisg OIIHKM BHPA3HOCTI

xBopobOu (Holt 3 koneramn).

Komenmap pooouoi cpynu

na  nayienmie 3 MIIC I ma Il munie npu 6usHauyeHHi Kpumepiig
BKNIOYEHHS/BUKNIOUEHH  OJI1  NPOBEOeHHA (hepMeHmHOI 3aMicHOi  mepanii
BANCIUBUM €MANOM € OYIHKA KOCHIMUBHOI (YHKYII X80P0O20, AKA NPOBOOUMbBCS 8
Ykpaini 3a 0onomoeoro ncuxomempuunoi wikaru Bexciepa (Wechsler Preschool
Scale of Intelligence-WPSI). Bpaxosyiouu epadayilo 6anié ncuxomempuinoi
oyinku  8ionogiono 0o MKX-10: 0o neckoco cmynenio KOCHIMUBHOL
Hedocmamuocmi giOHocsambcs nayicumu 3 oianazonom 1Q 50-69 6anie (wugp
MKX-10 F70); Ilomipna posymosa eiocmanicmo: 35-49 6anie (wmugpp MKX-10
F71); Baowcka posymosa siocmanicms.: 20-34 6anie (wugpp MKX-10 F72);
Haosaoicka posymosa eiocmanicms: nuscue 20 6anie (wugp MKX-10 F73).
Taxum wunom, 1Q Huoicue 3a 70 b6anie ceiouumo npo HNOPYULEHHS KOSHIMUBHOT
@yukyii. Beasicaemo, wo onsa 3abezneuenus eghexmusnocmi ma 06 €EKMUBHOCMI
00CNIONHCEHHS IHMENEeKMYAIbHO20 PO3GUMK) NAYIEHMA MAE NPOBOOUMUCHL OOHUM
I mum xce cneyiaiicmom.

JlabopamopHhi docniodcenns

KinbkicHuit aHami3 [IIKO3aMIHOTJIIKAH1B (CTIBBITHOIICHHS piBHS
TJIIKO3aMIHOTJIIKaHIB / KpEeaTHHIHY) Y PaHKOBIN Mpo0i ceyl.

['eHOTHIYBaHHSI [IJI1 BCTAHOBJICHHS IMOBHOI MOCJITOBHOCTI T'€HIB, SKIIO 1€ Oyje
NOTPi0HO.

Jlikysanus

Jns nikyBaHHs OyAe BHKOPUCTOBYBAaTHChH elampa3a. Y KOXHOMY (pJIakoH1
enanpasy JUid OZHOPA30BOTO BUKOPUCTAHHS MICTUTBCS 3 MII JIKapChKOTO
npenapary (6 Mmr igypcynbdasu). KoHreHTpaiiss po3unHy y KOXHOMY (JIaKoHi
CTaHOBUTH 2 MI/MIJI.

[TamienTaM OyayTh MPOBOIUTH IIOTHKHEBE BJIMBAHHS 1aypcyiabdazu y 1031
0,5 Mr/kr Baru Tina. YBech 00'eM 3a3Buuaii OyayTh BBOJUTH BIPOJOBK 3 TOUH.
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B oxpemux BUMaakax 103y elamnpa3d MOXKHA 301IbIIATH MakCUMyM A0 0,7 MI/KT.
[IpoTe OCKiIBKH I151 1032 HE € 3apEECTPOBAHOIO, TO HA TaKe 301IBIICHHS MOTPiOHO
oTpuMaTH 103Bi1 komitety EAB.

Mucopolysaccharidosis I, 11, and VI: Brief review and guidelines for treatment,
2010:

MyxkomnoJgicaxapuao3 VI Tumy

3amicHy (epMEeHTHY Tepamilo MOKHa TMPOBOAMTH [JIsi BCIX MAIl€EHTIB 13
CUMIITOMAaMHU Ta MIATBEP)KEHUM JI1arHO30M MyKormojicaxapuao3y VI tumy, 1 ii
PEKOMEHIYIOTh SIK JIIKYBaHHS BHOOPY IIPU IbOMY 3aXBOPIOBAaHHI. Y JOCTIIKEHHSIX
BIIMIYAJIOCh TIOKPAIICHHS pE3yNbTaTiB TECTy 3 XO0Ab0OI0 Ta 3IaTHOCTI
nigHimMatuca cxogamu (Harmatz Ta 1nmi, 2006; Giugliani ta ixmi, 2007),
3MEHIIECHHS BHUPA3HOCTI MIOPYILLIEHb y  KICTKax, ITOB'SI3aHUX 13
MyKOMoJlicaxapuao3oM VI THily, a Tako 30UTbIIEHHS IBHUJIKOCTI POCTY MAIIIEHTA,
SKOMY TPOBEJIM JIKyBaHHA, 3 BOocbMOro TWxkHA UTTa (McGill Ta inmi, 2009).
[Tpore BigOMO, 1O (PpEepMEHT MpU BHYTPIIIHHLOBEHHOMY BBEJIEHHI HE YUHUTH
3HAYHOTO BIUIMBY Ha J€sKl TKAaHWHH, HANIPHUKJIAJ], Ha POTIBKY, 4epe3 iX 3HMKEHY
nepdy3ito Ta HAa  LEHTpaJlbHy HEPBOBY CHUCTEMY uepe3  HasBHICTh
rematoeHIedanigynoro oap'epy (Giugliani ta inmi, 2007; Clarke, 2008).

3a 00'eKTUBHMMHU JaHUMH (DEPMEHTHY 3aMICHY TEepamito MOTPIOHO MpU3HAYATH B
HACTYITHUX BUMAJKAX 3 MIATBEPKEHUM J1arHO30M MyKormoJiicaxapuao3y VI tumy:
NAllEHTH OyIb-IKOTrO BIKY, Yy SKHX BIIMIYAIOTbCS CUMOTOMH Ta Yy SIKHUX
CIIOCTEPITa€EThCS MPUHANMHI OAMH KJIIHIYHUN TPOsSB peakuii y BIANOBIIb Ha
JIKYBaHHS LIJISXOM 3aMICHOI (epMeHTHOI Tepamii. TakuMu mposiBaMU MOXKYThb
Oytu: (a) pecmipaTopHi 3aXBOPIOBaHHS, HANpPHUKIAA, OOCTPYKIiSI BEPXHIX
JTUXANTbHUX MUISAXIB, PEUUAUBYIOYl 1H(EKI[l, pECTPUKTUBHI 3axBoproBaHHI; (0O)
po3ianu 3 00Ky KiCTOK Ta CyrJIo01B, sIKi IPU3BOASTH 10 TIOPYIICHHS JIOKOMOTOPHOT
byHKIII{ a00 YCKIIaIHIOIOTh PyXHU, B PE3YJIbTATI YOTO MAIIEHT MOTPEOye TOTOMOTH
IHIIUX JIFOJIel Y 3MIMCHEHHI MOBCSKACHHOI aKTUBHOCTI; (B) amHOE yBI CHI 3
1HJEKCOM amHoe Ounbine HiK 1 emizon Ha | roaMHy CHY IJisi MAIIEHTIB BIKOM
MeHIe HiXk 18 pokiB 1 OUTkIIe HiX 5 emi30/iB Ha | TOAMHY CHY JUIS TOpOCTuX; (T)
Cepe/IHE HIYHEe HACHYCHHs KUCHeM < 92 % y miteit ta < 85 % y mopocnux; (n)
MAaIIEHTH, SIKUM Ba)KKO MPOBECTH 1HTYOAIIIO.

XapaKTepuCTUKH Ta CXeMHU BUKOPHUCTAHHS TpernapariB (/103a, 4aCTOTa 1 TPUBAIICTh
1H(Dy311) mpu Mmykomnosicaxapunosi VI Ty HaBoAsTHCS B Tabyui 1.

Inma indopmania, sfika € 3arajbHOK IJs OOpPOOKH, NMPUIOTYBAHHS Ta
BBE/ICHHSI JIAPOHiAa3M, inypcyiabdasu Ta rajacyiabdpasu

Komenmap pobouoi cpynu

Bionogiono 0o nopsaoky, nepeobauenozco 3axkonom Yxpainu 6io0 04.04.1996p.
Ne 124/96-BP «llpo nikapceki 3acobuy (31 3minamu), JAiKapcoKi 3acoou
donyckaromscss 00 3acmocy8anHsi 8 YKpaini nicaa ix 0epacasHoi peecmpayii.
Ilokazanus ma npomunokasauHs, cnocib 3acmocy8aHus ma 003U, 83AEMOOIS 3
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IHWUMU TIKAPCbKUMU 3acobamu,; nooiuni 0ii; 3ano0inxcHi 3axXx00u 3a3HAYAIOMbCS 8
IHCMpPYKYii Nno MeOUYHOMY 3ACMOCYB8AHHIO, SKA 000A€EMbCA 00 KOHNCHO20
JKapcovKko2o 3acoby. Bionosionicms npusnawenus aikapcbkux 3acobie Incmpyryii
Ol MeOUYHO20  3ACMOCYBAHHA  JNIKAPCbKO2O  3aco0y,  3ameepodiceHill
Minicmepcmeom oxopoHu 300po8’s Ykpainu, HeoOXiOHO nepegipamu nepeo
3aCcmMoCy8anHHAM JNIKApPCcbKo20 3acody. [lepowcasnuti peecmp AiKapcbKux 3acobie
Vrpainu 3naxooumucs 3a enekmponnoio aopecoio http://www.drlz.kiev.ua/.

Cxema 3acrocyBaHHs: (a) PEKOMEHIYETbCS BUKOPUCTOBYBATH CTAaHAAPTHY JI03Y.
Moske poOMTHCH HEBelMKa KOPEKIis 3a YMOBH, IO 3aCTOCOBaHa J03a HE
3MiHIOETBCA Oinbine, HDK Ha 10 % 1o BIAHOMIEHHIO 1O CTAHIAPTHOI JO3H.
[ToxiOHUM YHMHOM, KIHIIEBA MICAYHA J03a HE IMOBMHHA 3MIHIOBATHUCH OLJIBII HI)K Ha
10 % 1o BIOHOIIEHHIO IO 1I€AJBHOI MICIYHOI J03HM, BCTAHOBJIEHOI BIIIIOBIIHO JI0
CTaHAapTHOI 103u. (0) po3paxoBaHy J03M MOTPIOHO MEPETIAAATH Yepe3 KOXKHI TPH
MICSIII SIK ISl ITeH, Tak 1 1y gopociuX. (B) iH(Y3it0 peKOMEHIYETHCS CIIOYATKY
IpPOBOJAMTA B YMOBaX CTallloHapy Ta OaXaHO TMpHU SCKPaBOMY OTOYCHHI,
NpPUEMHOMY JJisl MaifieHTa. BpaxoByrouu Bce 3pOCTar0vy KIIBKICTh MAIlI€EHTIB B
yCi#t KpaiHi, SKUM TIPOBOJISTh 3aMICHY (PEpMEHTHY Teparito, peKOMEHIY€EThCA, 100
s mpouenypa Oylia cTaHgapThU30BaHAa B MexaxX bpa3uibChbkoi 1HTErpOBAaHOI
cucTeMu 0XopoHu 310poB's (SUS) 3 TuM, 11100 BOHA cTaia OAHIEIO 3 IPOLEAYD, IKi
O(ilifiHO BBaXXAIOTHCS MpPOLEAYypaMH, IO IMPOBOJATHCS B YMOBaX «JICHHOTO
cTamioHapy». () BaKJIIMBO 4epryBaTH MepU(EepUUHy BEHY JJIs BBEICHHs. Y pasi
BUKOPHCTAHHS MOBHICTIO IMILJTAHTOBaHOTO LHEHTPAIBHOTO KaTerepa
PEKOMEHAYEThCSI 3aCTOCOBYBAaTH €BTEKTHMYHY CYMIII MICHEBUX AaHECTETHKIB
(EMLA®) (3a 1 rog. a6o 1 rox. 30 xB. no mynkuii). (x) 3a mamicHTOM TOTPiOHO
IIPOBECTH CIIOCTEPEIKECHHSI BOPOAOBXK MIHIMYM | TOAMHM TMiCHs 3aBEpPLUIEHHS
BJIMBAHHS, MNpPHUHAWMHI BOPOAOBXK TMEPIIMX 3 MICALIB JIKYBaHHS, SKIIO HE
MO>KJIMBO MPOBOJUTU TaKe CIOCTEPEKEHHS IMiJI Yac yChbOro MEpPIOay JIIKYyBaHHS,
TOOTO 6 MicsMiB. SKIIO Micis LBOro MEPIOAY CIOCTEPEKEHHs OyAe BiACYTHIN
YCKJIAJAHIOIUNM (DaKTOp, TO Malli€eHTa MOXXHA BIAMYCTUTU JOJIOMY OApa3zy MicCIis
1HDys3ii.

IIporunoka3zanHsi: y pasi BIACYTHOCTI a0CONIOTHO HEOOXIAHUX MOKa3aHb 3aMiCHY
(dbepMeHTHY Teparilo He PEKOMEHAYEThCS MPOBOJIUTH KIHKaM, sIKI BariTHi a0o
TOAYIOTh AUTHUHY TpyAat0. 3aMmicHy (EpMEHTHY Teparil0 HE PEKOMEHIYEThCS
MPOBOJAUTH TAllIEHTaM 3 TEPMIHAJILHOIO CTAIIEI0 3aXBOPIOBAHHS a00 MallieHTaM 3
BAXKUM CYIYTHIM 3aXBOPIOBaHHSM, TpU SKOMY MPOTHO3 HE 3MIHUTHCA B
pe3ynbTaTi NpOBEIEHHA 3aMiCHOT (PepMEHTHOI Teparii.

IMpemenukanisa: MoxiuBi peakilii Ha BIWBAHHSI € AyXe CHEIMUBIYHUMU IS
KOXXHOTO TAI[l€EHTa, TOMY JIiKap MOBUHEH OIIHIOBATH HEOOXIMHICTh MpeMeIuKarii
Ta 1 I1HTEHCHUBHICTb B KOXXHOMY OKpeMoMy BuMaiaky. /[[ns maiieHTiB 3
MyKomoJiicaxapuao3oM [ Tumy npu 3aMicHIM ¢epMeHTHIH Tepamii 3a3BUyai
OPOBOJATH  MPEMEIUKAII0 32  JOMOMOIOI  SKapO3HIKYIOUMX  Ta/abo
aHTUTICTaMIHHUX TipernapartiB. [lamienTn 3 MmykonosicaxapunozoMm VI Tuy, sskum
NpPOBOAUTECA (EpMEHTHA 3aMicHA Teparis, 3aCTOCOBYBAJM aAHTUTICTaMIHHI
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npenapatid abo >KapO3HIKYIOYl 3acobm mpubau3HO 3a 1 TOauHy 70 TOYaTKy
BJIMBaHHA. Y pa3l MOSABH peakilii Ha BIMBAaHHA, fKa 30€pira€Tbcsi HaBITh NpU
BUKOPHUCTAHHI JKapO3HIDKYIOUMX Ta AaHTUTICTAMIHHHMX IIpernapariB, MOTPIOHO
PO3TISHYTH MOKJIHMBICTh BBEACHHS KOPTHUKOCTEPOITHOTO 3ac00y /10 BIIMBAHHSA
mpemnapaty s 3aMicHOT  (pepMeHTHOi  Tepamii, HampHKIad,  TaKOro
KOPTHKOCTEPOiHOTO 3aco0y, mpeanizonon (1 mr/kr), BBemeHuit 3a 12 roa. ta 1
roa. nepen iHdysziero. Ilamienram 3 wmykomomicaxapumo3om Il Ttumy, sxum
MIPOBOJAMUTHLCSA 3aMicHa (pepMEHTHA Tepallisi, 3arajjoM He MoTpiOHa IpeMeTuKaIlis 3a
BUHSATKOM BHIAJKiB, KOJH MOTPIOHO TOIMEPEIUTH MOBTOPHY MOSBY PEAKIii Ha
BJIIBaHHS.

IlinroryBanusi mnpenapary aJjsi BBeldeHHsi: [Ipy BUKOpPUCTaHHI HaJIEKHHUX
METOJIIB aCEeNTHKH TOTPIOHO MiATOTYBaTH MpernapaT HACTYyMHUM 4YHHOM: (a)
BU3HAYUTH KIJIBKICTh ()IAKOHIB 3 PO3YMHOM, MOTPIOHMX ISl PO3BEACHHS Ha
M1JICTaBl Bard Tija Maii€HTa Ta CTaHJAPTHOI PEKOMEHA0BaHO1 103U (PePMEHTY NJIst
3aMICHOI Tepallii, Ta BIIKOPEKTYBATH /103y TAKUM YHHOM, 1100 BUKOPUCTATHU MEBHY
KIUJIBKICTh MOBHUX (IakoHiB; (0) micTath (UIakoHH 3 XOJOIMIBHUKA Ta 3aIHIITUTH
iX /10 HarpiBaHHs PO3YMHY /10 KIMHATHOI TemriepaTypu. L1 ¢piakoHn He moTpiOHO
HarpiBaTH MNpPHUMYCOBO; (B) pO3YMH TIOBHHEH OyTH O€3KOJIBOPOBUM 200
KOBTYBAaTUM, BIH MOX€ OYyTH MpO30pUM ab0 Jenio OIajlOBUM Ye€pe3 HasBHICTb
OKpEeMHX MPO30PUX YACTHUHOK. SIKIIO PO3UYMH Ma€ 1HI (Pi3UYH1 XapaKTEPUCTHUKH,
TO TakKi ()JIAKOHM HE CJIiJI BUKOPHCTOBYBATH; (I) BU3HAYMTH 3arajibHUM KiHICBUIA
00’eM pPO34YMHY JJIs BIMBAaHHS, SKWUW 3aJ€KWTh Bl Baru Tijla TAalliEHTa Ta BiJ
npenapary, SKHil TMOTpiOHO MIATOTYBaTH JJIS BBEIEHHS: MyKomoJjiicaxapumaos [
tuny: 100 M (Bara Tina < 20 kr) abo 250 mu (Bara > 20 kr); MyKomoJjicaxapuio3
Il Tumry: 100 M1 (pu Oyab-siKiii Ba3i Tija) IJIFOC 3aralbHUN pO3paxoBaHUi 00’eM
imypcynbsdasu; mykonoiicaxapuao3 VI tumy: 250 mut (3aranom mpu Basi Tija, sika
He nepeBuiye 20 Kr; sl MAII€HTIB, YYTJIUBUX JI0 MEPEBAHTAXKEHHS 00'€MOM,
JiKap MOXeE 3acTOCOBYBaTH 3arajibHuii 00’em 100 wmur); (1) muisxom acmiparii
NOBUILHO HAOpaTH po3paxoBaHuil 00’eM QepMeHTY i3 (IaKkoHIB, HAMArarOYuch He
TPSCTH PO3YMH, OCKUIBKM MPU CTPYLIYBaHHI MOXE BIIOYTHUCH JAeHaTypalis
npernapary, 1o Mpu3Beae J0 BTpaTH 010JI0T1YHOI aKTUBHOCTI; (€) i3 BiMOBIIHOTO
IUTACTUKOBOTO Mimika 3 (izionoriaaum po3unsomM (100 ma a6o 250 M) BUAATUTH
HAJUTUIIIOK 00'€eMy, 3aJUIIUBIIN TOW, IO BIAMOBIIAE PO3paxoBaHOMY 00'emy, Ta
HaOpatu TnUIIXoM acmipanii gepMeHT 13 (IaKOHIB TaKMM YHWHOM, MO0 TMiCIs
nojnaBaHHs (EpMEHTY 3arajbHUNl KIHIEBUH O0’€M BIIHOBJICHOTO pPO3YUHY
cranoBuB 100 mu a6o 250 mu (mis igypcyibdasu 1ieil etam He HOTPiIOHHIA,
OCKITbKM B 1HGOpMAIli A TpU3HAYCHHS 3a3HAY€HO, M0 3arajbHUM
po3paxoBaHuii 00’ eM igypcynabdazu notpidoHo possectu B 100 mi 0,9 % po3unny
XJIOpHYy HATpiro JuIs iH'eKIii); (€) mogaBaTH po3urH (PEPMEHTY J0 IIACTHKOBOTO
MilKa 3 (I1310JOTTYHUM PO3YMHOM MOTPIOHO MOBUIBHO, @ MINIOK 3 TOTOBUM
PO3YMHOM TMOTPIOHO O00EpEek)HO MOMOBEPTATH, MO0 3a0E3MEUYUTH PIBHOMIPHHMA
posmoain mpenapary; (k) el po3YuMH MOTPIOHO Ofpa3y BUKOPUCTATH. SIKIIO
HerailHe BJIMBAaHHS € HEMOXJIMBUM, TO PO3UYMH TOTPIOHO 30epiraTu B
xojoamnbHUKY (Big 2 °C n0 8 °C) BIpoaoBK MaKCHMaJIbHOTO TepMiHy 36 ro. 3
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MOMEHTY MPUTOTYBAHHS JIO KiHIIS BJIMBAHHS po3unHy (24 roa. mis ixypcyibdasu
BIAMOBIAHO 10 cxBajieHOoi B bpasumii indopmanii ms npenapaty). He 3anummaiite
NPUTOTOBJICHWA  pPO3YWMH TIpH  KIMHATHIA  Temreparypi; (3) 'y  pasi
mykonosicaxapuaosy | tuny B Crnonydenux llltatax AmMepukn peKOMEHIYETHCS
BUKOPHCTOBYBAaTH albOyMiH, aje B €BPONEHCHKUX KpaiHax HOro HE
BUKOPHUCTOBYIOTh. Y bpasunii AreHTCTBOM 3 KOHTPOJIO 3a CTaHOM 3/I0pOB'S
namieHTiB Oyna 3aTBeppkeHa iHpopMallis i1 IpU3HauYeHHs, 3T1THO 3 KO TaKOX
pPEeKOMEHIY€EThCsl Moro BUKOpucTaHHs. IIpoTe mocBim Opa3uiabChkux (axiBIliB
BKa3ye Ha Te, 1[0 MOKHa O0IMUTHCH O€3 BUKOPUCTAHHS aJIbOYMIHY.

HIBuakicty ingysii: Ilicns migrotryBaHHs mpemapaTy MOTPiIOHO MPOBECTH
BJIMBAHHS MPHU MOCTYNOBOMY 301IbIIEHH] MBUIKOCTI, SIK PEKOMEHAYETHCSI HUXKYE.
[IpoTe y pa3i nmosiBM peakiiiid, MOB's3aHUX 3 1HPY31€10, MOKHA 3MIHUTHU MIBUJIKICTh
MOCTYIIOBOTO  30UIBIIEHHA [IBHJIKOCTI BIIMBaHHSA Ta KIHIEBY JOCATHYTY
MaKCUMaJIbHy HIBUIKICTh BJIMBaHHS BIANOBIAHO JO MEPEHOCHMOCTI y KOKHOIO
MaIjl€cHTa.

Myxkonouicaxapumo3 | Tumy: (a) Bara Tiza He meHme 20 Kr (3araJbHuil 00’eM
100 mm): 2 mia/rox. BnpoaoBxk 15 xB.; 4 mi/ron. Bopoaosxk 15 xB.; 8§ mu/ron.
BIPOJOBXK 15 xB.; 16 mui/roa. BpooBxkK 15 xB., 32 MiI/Tof. BIPOJOBK MPUOTUZHO
3rox.; (0) Bara Tina Outbmme Hixk 20 kr (3araibHuid 00’em 250 mur): 5 mur/ron.
BIpoaoBxk 15 xB.; 10 mu/ron. Boponosxk 15 xB.; 20 mu/ron. BOpoaoBk 15 xB.;
40 ma/ron. BripooBXk 15 xB., 100 M/To1. BIPOIOBK MPUOTU3HO 3 TO/I.

Myxkonoaicaxapuno3 Il Tuny: 8 mi/ron. Bnpogosx 15 xB.; 16 Mi/roJ1. BIpoa0BK
15 xB.; 24 mu/roa. BopoaoBxk 15 xB.; 32 miu/roa. BupojoBxk 15 xB., 40 Miu/rox.
BIIPOJIOBXK MpuOmmu3Ho 2 roxa. Lo mBuaKicTh MOXHaA Oyne 30UIbIIyBaTH Ha
8 mi/ronn. yepe3 KoXKHI 15 XB, ajge HE MEpPEeBUILYBaTH MaKCHUMAJIbHY IIBHJIKICTh
100 mn/rog.

Myxkonoaicaxapugo3 VI Tumy: 6 wmi/roxg. Bmpomosxk 1 rtox.; 80 mu/ron.
BITPOJIOBX MPHUOIN3HO 3 TOAMHU.

Buxopucranus ¢inbrpiB: Pozunnu naponinasu, igypcyibdasu ta raiacynbdazu
PEKOMEHYEThCSI BBOJUTH TPU BUKOPHUCTAHHI 1H(Y31HHOTO HAOOpYy 3 (UIETpOM
0,2 MM.

IMo0iuni peakuii — npoBenenHs JikyBanus: [Ipu pepMeHTHiil 3aMicHIi Tepamii
HAaWYaCTIIMMU PEaKilisIMU Ha BIMBAHHS OyJH TiepTepMis, TOJIOBHHUM O11b, OB Yy
KUBOTI, 3aJMIIKa, O3HOO, OLIb y cyrioOax, cBepOXK, TiNepTeH3is/TINOTeH31s,
KpOonMB'ssHKa Ta ek3aHTeMa (Bucum). Y pa3i TOsSBU peakilii Ha BIIMBAHHS,
HE3aJIeX)KHO BIJ] 3aCTOCYBaHHS MpeMeAuKallii, MOTpiOHO BXKHUBAaTH HACTYIMHHUX
3aXO/IB y TAaKOMy CaMOMYy TIOPSJIKY JIO 3MEHIICHHS BHPA3HOCTI CHUMITOMIB!
3HIKEHHS IIBUJKOCTI BJIMBAHHs, TUMYAacOBE MPUIHMHEHHS BIMBaHHS, J0AATKOBE
BBEJICHHSI )KapO3HMKYIOYOT0 Ta aHTUTICTAMIHHOTO 3ac00y.

SKi10 3'IBUTHCS CUJIbHA PEAKIlisl TINEePUYyTIAUBOCTI 00 aHadUIAKTUYHA PeaKilisi, TO
BJIMBAHHSA TOTPIOHO HETalHO NPUIUHUTH Ta OJApazy pO3MOYaTH BiJMOBIIHE
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OIATPUMYIOYE JIIKYBaHHS 3TIAHO 3 HASBHOIO KIIHIYHOIO KapTUHOWO. Moke
3HaJOOUTUCH BBEIEHHS KOPTHUKOCTEPOiNiB, MIATPUMKA JUXATbHUX IUIAXIB Ta
3a0e3MeYeHHs] BEHO3HOTO JIOCTYIy, a B €KCTPEHHX BHUMAJKaX MOTPIOHO BXXKHUBATU
peaHiMaIifHUX 3aX0/iB. 3 Il€l MPUUNHU PEKOMEHIYE€ThCSA, 00 Yy IEHTPI, B IKOMY
MPOBOAUTHCS BIMBAHHS, 3HAXOAWIOCH OOJNaTHAHHS, HEOOXIIHE JJIST KOMIUIEKCHOI
JOTIOMOTH TIpW 3YNUHII cepls Ta JAuxaHHsd (KaTaJka JUisi TIePeBE3CHHS
TSOKKOXBOPHX), Oyjda MOMKJIMBICTH JICTKOrO JIOCTYIy JO peaHIMaIiiiHOro
BIII1JICHHS.

Komenmap pobouoi cpynu

B Vkpaini maoamns meouunoi Odonomoeu npu mMeOuUKaMeHmo3sHiu  anepeii
30IUCHIOEMbCSL 32I0HO 3 YUHHUMU MEOUKO-MEXHOJLOIYHUMU OOKYMEHmMamu  3i
cmanoapmu3ayii MeouyHoi 00NOMocU NPU MeOUKAMEHMO3HIL alepeii.

[Tpu posrisimaHHi MOXJIMBOCTI 3aCTOCYBaHHS aapeHAJiHy CIIiJ BpaxOBYBaTH, IO
Horo moTpiOHO BBOJAMTH 3 OCOOJIMBOIO OOEPEKHICTIO 4Yepe3 301IbIICHHS
MOIIMPEHOCTI  1MIeMIYHOi  XBOpoOM  cepist y  OaraThbOX  MAIli€HTIB 3
MYKOTIOJIICAXapHUI030M.

[ToTpiOHO OLIIHUTH CHIBBIAHOLIEHHS PU3UKY Ta MEpEBar Mpu BBEIECHHI (PEPMEHTY
Hicas CUJIBHOI peakuii TrinepuyTIMBOCTI ab0 aHa]uUIaKTUYHOI peakiii, a mnpu
BIJIHOBJIEHH1 1HQY31d 11 (epMEeHTHOI 3aMiCHOI Tepamii HoTpiOHO 3a0e3neunTu
HasBHICTh BIIMOBIJHUX peaHIMAIlIMHUX 3aXOMIB IS BXXHMBAaHHSI B EKCTPECHHUX
BUIAJKAX.

B igeanbHOMY BUIAIKY Mepes] movyaTkoM pepMEHTHOI 3aMiCHOI Teparii y malieHTa
NOTpIOHO B35ATH MpoOy KpOBI Ml BU3HAYEHHS piBHSA aHTUTUI. L0 mpoly
HEOOX1HO 30epiraTu A0 TOTO MOMEHTY, KOJU 3HAJ0OUTHCS TaKe BHU3HAUYCHHS,
TOOTO SIKILIO Yy MaI[l€HTa 3'IBUTHCS PEaKIlisl Ha BIMBAHHSA. SIKILO y Malll€EHTa BCE X
Takl 3'ABUTHCS peaklis Ha BIMBAaHHA, TO y MallleHTa MOTPIOHO B3ATH ILE OAHY
npoOy kpoBi uepe3 1 - 2 roxa. micisg MHOYaTKy peakiii abo BIAMOBIIHO M0
THCTPYKIIiil BUPOOHUKA (PEPMEHTY.

IMo0iuni peakuii — dQapmakosoriunmuii Harasa: I[lpo Bci nmoGiuHI edekTu
NMOTPiOHO 0/pa3y MOBIAOMIISITH Y BLAALT (hapMaKOJIOTTYHOTO HATJIALY B ATEHTCTBO
3 KOHTPOJIIO 32 CTAHOM 3JI0POB's MAallI€HTIB, a TAKOX Y BIIALT (PApMaKoJIOTI4HOTO
HarjIsiAy B JIIKApHI, SIKIIO 1€ 3acTocoBaHo. KpiM Toro, komradii, 1o HECYyTh
BIJIMOBIMANBHICT, 32  Npemapatd  JiapoHigasy (kommanis — «Genzymey),
inypcynbda3zy (kommanis «Shire/HGT») 1 rancynsdasy (kommanis «BioMariny),
BUMAraTh, 1100 B HUIIX (QapMakoHArisay iM MOBIIOMIISUIM MPO MOOIYHI SBUILA
gyepe3 MeIUYHI Bl KOMITaHii.

Komenmap pobouoi cpynu

B Vkpaini ¢gapmaxonociunuii nacnnd 30iticHioemvcs 32i0H0 3 Hakazom MO3
Ypainu 6io 27.12.2006 Ne 898, axum Minicmepcmeo oxoponu 300pos's Ykpainu
NOKIAN0 0008'130K 30ilicHeHHs Ha2na0y 3a besnekoro nikie Ha [II «/lepocasruii
excnepmuuii yenmp MO3  Vkpainuy. Jlepocasna cucmema Gapmaxkonaziioy
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npeocmaesnena YeHmpaibHol JAHKow - [lenapmamenmom nicaiapeecmpayitino2o
naenaody JII «/lepocasnuii  excnepmuuii yeump MO3» ma pecionanbHumu
giooinenuamu /lenapmamenmy, axi oitoms 6 ycix obnacmsax Ykpainu.

Kainiuna nmpaxkrTuka: Ilepen modyaTkoM KOXKHOTO BJIMBAaHHS MOTPiIOHO 310patu
KOPOTKHW aHaMHe3 Ta MPOBECTH IIJIhOBE (i3UKaIbHE OOCTEXKCHHS, BKIIOYAIOUH
BHU3HAUCHHS JKUTTEBO BAXKIIMBHUX IMOKAa3HHKIB. MoXke 3HATOOUTUCH B3ATTS MPOO
JUISL KOHTPOJIbHUX aHali3iB. Y 3B’43Ky 3 BIIMBaHHSAM MallleHTaM HE MOTPiOHO
nepeOyBaTH y CTaH1 HaTIe ado 3MIHIOBATH JIETY.

Kpurepii npununenHs jgikyBanus: Ha choronuinHiil 1eHp He Oyiid BCTaHOBIIEHI
KpUTepii A7 BU3SHAUCHHS MOKa3aHHS 0 MPUIMHEHHS JIIKyBaHHs, NMPOTE 3aMICHY
(depMeHTHY Teparilo PeKOMEHIYEThCS TPUITMHATH B HACTYITHUX BHIAIKaX: (&) mija
Yac BariTHOCTI Ta TOJAyBaHHS Tpymaio; (0) SKIIO y Malli€eHTa, HE3BAXKAKOUU HA
MIPOBENICHHSI 3aMICHOI (PEpMEHTHOI Teparii, B110yJIOCs IPOrpecyBaHHs XBOPOOH 10
TepMiHAJIBHOI CTaAli abo 3HAYHO TOTIPIIMJIMCH KIIHIYHI MapameTpH, sKi
BUMIPIOIOTHCS NMPUHANMHI Yepe3 KOXH1 6 MICSIIB 1 0a)kaHO BIPOJOBXK HE MEHIIIE
HiK 12-MiCSYHOTO Tepioay NpoBeaeHHs (GepMeHTHOI 3aMiCHOI Tepartii; (B) KO
BpPaxoBYIOUH IPUPOJHY IIBHJIKICTh IPOIPECYBAHHS 3aXBOPIOBAHHS, y MAlllEHTa HE
BIJIMIYAIOTHCS KIIIHIUHI IIEpEeBary, 1js SKUX MOKHA MPOBECTU KIJIbKICHY OLIHKY 32
JIOTIOMOT'OI0 [TapaMeTpiB, SIKI BUMIPIOIOTHCS MPUHAWMHI Yepe3 KOKHI 6 MICALIB 1
Oa)kaHO BIIPOJIOBXK HE MEHILIE HIXK 12-MICAYHOTO MEepiojly MPOBEIEHHS 3aMICHOT
(dbepMeHTHOI Tepartii.

[Tpu po3risiai MOAIIMBOCTI IPOBEACHHS 3aMiCHOT hepMEHTHOI Tepamii Ta nepen ii
MOYaTKOM MOTPIOHO TomnepenuT OaThKiB/mallieHTa ad0 3aKOHHUX OIIKYHIB TIPH
MO>KJIMBICTh MPUIIMHEHHS TaKoro JiKyBaHHs. [1i 9ac KIIHIYHOTO CIOCTEPEKEHHS
3a TAaIllEHTOM, SKOMY TIPOBOJSATH (EPMEHTHY 3aMICHY Tepamito, MOTpiOHO
MEePIOIMYHO OIIHIOBATH TOKA3HWKW PEaKIlii y BIANOBIAb Ha Take JIIKyBaHHS Ta
OOroBOPIOBAaTH pPE3yJbTaTH OIIHKKA 3 OaThbkamMu / MalieHTOM a0o0 3aKOHHUMU
OMIKyHaMH. SKIIO IJIAHYEThCS MPUIIMHUTA TPOBEIEHHS 3aMiCHOI (hepMEHTHOT
Teparii, TO 1[e¢ NOTPIOHO OOroBOpUTH 3 OaThKaMu / TMALIEHTOM a00 3aKOHHUMHU
OMIKyHaMHU.

[Ipyn po3risimi MUTAaHHS TPO TUMYACOBE NPHUIYMUHEHHS 3aMiCHOI (hepMEHTHOT
Teparnii moTpiOHO BpaxoBYBaTH, IO B KUTBKOX MOBIAOMJICHHSX MPO MPUIHUHEHHS
3aMmicHOi (pepMEeHTHOI Teparii, 3HaAWJACHWX Yy JiTeparypi, OyJO TOKa3aHo, IO
MPU3YNMUHEHHSI TAaKOro JIIKYBaHHS MOJKE MPHU3BECTH O MIBUAKOTO MOTIPIICHHS
KJIiHIYHOT KapTrHU y narienta (Anbu ta inmi, 2006; Wegrzyn Ta inmi, 2007).

JlikyBanHs1 mepea mosiBor cumnromiB: He3Bakaroun Ha OTpUMaHHS JOCUTH
OOHAJIMIMBUX pe3yJIbTaTiB, NEpeBard IMepeJCUMITOMATHYHOIO JIKYBAHHS, SKI
BIIMIYQJIMCh Y PI3HUX KJIIHIYHUX MOBIJOMJICHHSX, TOKH IO HE OI[IHIOBAIUCH Y
KIIHIYHUX ~ BUMNpPOOyBaHHAX (ki  CKOpo  OymyTh  NPOBOJAWTUCH IS
mykomnomicaxapunosy VI tumy). Tomy B TUX BHIAAKax, KOJM JIiKap BBaXKae Ie
MOKa3aHUM, TPO JIKyBaHHS MyKomnomicaxapuno3y | tumy, Il Tuny ta VI taumy no
MOSIBU CHUMITOMIB TOTPIOHO PpO3MOBICTH YJ€HAM POAMHU TMAaIll€eHTa SIK PO
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eKCIIEPUMEHTAJIbHY NpPOLEAYPY Ta PEKOMEHAYETbCS BHKOpUCTaTH (opmy
1HOPMOBaAHOT 3r0/IM, CXBaJIEHy KOMIIETEHTHUMH OpTraHaMU 3 TUTaHb €TUKH.

JlikyBanHs giteii BikoM [0 n'ATH PoKiB! VY choemiankHOMY KIIHIYHOMY
JOCITI/KEHH] 32 Y9acTI0 MaJICHBKUX JITEH 3 MyKomoJicaxapumo3oM | Tumy Oyio
MOKa3aHo, 1[0 BUKOPUCTAHHS JIAPOHIIa3u € OE3MEeUYHUM JIJIs TITeH BIKOM 10 I'STH
pokiB (Wraith Ta ixmi, 2007). Lle cnpusaTiuBuil pe3yabTaT 3 TOYKH 30py OC3IEKH
TaKOXX TIOCJIZIOBHO CIIOCTEpiraBcs y MACSKUAX BHUMAAKaX IMPOBEACHHS 3aMiCHOI
dbepMeHTHOI Tepamii g giTed 3 Mykomousicaxapujpo3om |l Tumy Ta
mykomnomicaxapuaozom VI tuny (Kim ta immi, 2008), xoua B KIIHIYHHX
BUMNPOOYBAHHSIX IIEH pe3ysbTaT OQiliifHO HE OLIIHIOBAIH JIJII MAJICHBKHUX JITEH.

AJIbTepHATHBHI IUIAXW BBeleHHs: bpaswiis Oyna mepinor KpaiHoio, B SKIA
MpPOBENU 1HTpPAaTEeKaJlbHE BBEACHHS PEKOMOIHAHTHOTO (EpPMEHTY MAaIllEHTY 3
MYKONOJIICaXapua0o30oM | Tumy ais yCyHEHHsT KOMIpecii CIIMHHOTrO Mo3Ky. Llei
JI0CBiJ] MaB OOHAIIAIMBI pe3ybTaTH Ta MOBiIOMIIABCA B JiTeparypi (Munoz-Rojas
ta iHmi, 2008). IToxmiOHe JiKyBaHHS IPOBEIW JUIS JOAATKOBHX Opa3smiIbChbKUX
MAIEHTIB 3 MYKOMOJIiCaxapuI030M i KOMITPECIE€I0 CTMHHOTO MO3KY (OIMH MaIli€HT
3 MyKomoJiicaxapuio3pM | Tuiy, a 11e OJuH Mali€eHT 3 MyKomnoJjicaxapuao3oM VI
THUIY), 1 3apa3 TOTYIOThCS JO MyOJiKalii 3BITH Mpo Take JikyBaHHs. [Ipore Ha
JAaHUW dYac IHTpaTeKalibHEe BBEACHHS (EpMEHTY TMOTPIOHO PO3TIAIaTH K
€KCIIEPUMEHTAJIbHY IPOLEAYDY.

JNomamns indy3sis: [Hdy3is B noManiHix yMOBaxX MOKHA BBa)KaTH MPUHUHATHOIO
JUIS TIAITIEHTIB, y SKUX Imicas 3 - 6 MICSIIB BIMBAHHSA B JIIKAPHI HE BUHUKAIH
3HAYHI peakIlii Ha BIMBaHHA. PexomMeHayeThes, 1100 Miclie MpoBeeHHs 1HPY3iH, a
TakoXX Miciie 30epiraHHs Ta TMIATOTYBaHHS Mpenapary s BJIMBaHHS OyiH
3aTBEpKEH1 0C00010, BIAMOBIAIBHOI 3a MEIWYHHUN MEPCOHAN BiAMOBITHOTO
HEeHTpy, 1 o0 mnpodeciiiHa MeacecTpa, sika Mae€ JOCBiA y MPOBEJACHHI III€i
npoleaAypy, BeCh uac crocrepiraia 3a 1HQy3ieo Ta peryispHo iH(opmyBasa
BIJINOBIJTHUM IIEHTP MPO MPOBEAEHHS 1€l npoueaypu. [lamieHt, skomy TpoBOJsATh
iH(QyY31i B JOMAalIHIX YMOBaxX, MOBHUHEH MPOXOAUTH PETYJspHI MEIUYH1
OOCTE)KEHHS y BIIMOBIIHOMY IIEHTpI MpuHaiMHI uyepe3 koxui 3 micsmi (Cox-
Brikman ra inmi, 2007).

Komenmap pobouoi cpynu
Ha momenm po3pobru oanoi adoanmosanoi kininiunoi nacmanosu 6 Yxpaini @3T
NPOBOOUMbCS MITLKU 8 YMOBAX CIAYIOHAPY a0 OeHHO20 CIMAYioHapy.

IlepcnekTUBY Ta BUCHOBKH

ABTOpHU 1ILOTO JOCIIJPKEHHSI TIEPEKOHaHi, 110 Kpalle MaiOyTHE JJisl TIalli€HTIB, SIK1
CTpaXXIal0Th BiJl MYKOTOJIiICaXapu 103y, 3aJekKUTh BiJ MPaBWIHHOI 1IeHTU(IKAIT],
PO3YMIHHSI Ta YCYHEHHS MYJIbTHCHUCTEMHUX TMPOSBIB IHOTO 3aXBOPHOBAHHS,
BKJIIOYAIOYH TPOBEACHHS IMIATPUMYIOUOro JIiKyBaHHS (SIK€ IOBHHHO OyTH
YaCTUHOIO HaJaHHS PeryssipHOi Oaratonpo@iJbHOI AOMOMOTH TaKMM IAI[l€HTaM)
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Ta crenugiyHoi Tepamii. I[CHyIOTP O3HAaKM TOTroO, IO pPAaHHE BHSBICHHSA Ta
JIKyBaHHS TMAIl€HTIB, MOJIHMBO, IUIAXOM CKPUHIHTY HOBOHApPOKEHUX, MOXE
COpPUATH TOKpPAIIEHHIO MporHo3y. (OcTaTouHe BUJIIKYBaHHS, MOXJIMBO, Oyne
JOCATHYTO HUIAIXOM T€HHOI Tepamii, aje Ha el MOMEHT JUIsl TAaKOTO Pe3yJbTaTy
MO’K€ 3HaJOOUTHUCH IEAKUH Yac.

VY nikyBaHHI MYKOTMOJIICaXapu03y MOXE TaKOXX BiJirpaBaTH PoJib rajJbMyBaHHS
CHUHTE3y TJIKO3aMIHOTJIIKaHy Ta BIJIHOBJICHHS aKTUBHOCTI (EepMEHTY 3a
JIOTIOMOT'OI0 HEBEJIMKUX MOJIEKYJI, IPOT€ OCHOBHI IMEpeBaru JiKyBaHHs Ha JaHUN
yac JIOCATAlOTbCS 3a JIONIOMOTOI0 3amicHOl ¢epMeHTHOi Teparii. 3amicHa
dbepMeHTHA Teparis pa3oM 13 TPAHCIUIAHTAIIEI0 TEMOMOCTHYHHX CTOBOYPOBHX
KIiTHH (Y MEeBHHX CHTYaIlisIX) JO3BOJMJIA JIOCATTH B OCTaHHBOMY JIECATHIITTI
pajvKaIbHUX 3MIH Yy pe3yJibTarax JIKyBaHHSA Mykomnodicaxapunosy |, II ta VI
TUIYy Ta CIPHUAE KpalloMy pPO3yMIHHIO TAaTO(i310J10T1i LBOTO 3aXBOPIOBAHHS
(Pereira ta iami, 2008) Ta inentudikamnii motenmiiHux OiomapkepiB (Randall ta
iHm, 2008). Kpim TOro, MoXJIHWBO, IO HAMOJMKYMM YacoM MOXKYTh OyTH
30UIBIIIEH] MEepeBaru TaKoro JIKyBaHHsS TpH Mykomousicaxapuaosi IV A tuny 3
MEepCIeKTUBAMM JIJISl JIIKyBaHHSI Mykomnodiicaxapunosy III A Ttumy Ta ycyHeHHs
KOTHITUBHOTO nAedinuTy npu Mykomosicaxapuaosi |l Tumy nuisixom BBeneHHS
dbepmenTy 6e3nocepeIHBO B IICHTPAILHY HEPBOBY CUCTEMY .

Ha nanwuii yac Benuka KijbKiCTh Opa3miIbChKUX IIEHTPIB, BKIIOUYAIOYHM BIIJIVICHHS B
yCiX perioHax KpaiHu, BK€ MarOTh TMEBHHUM JOCBIJI 3aCTOCYBaHHS 3aMiCHOL
bepmenTHOI Teparii npu mykononicaxapuaosi |, I ta VI tuny, HaOyTuii He TUIbKU
Opy JIIKyBaHHI MAIl€EHTIB, a W 3aBAJKU YYacTl JEAKUX Tpyn Yy KIIHIYHUX
BUMPOOYBAHHSX, B AKUX MPOBOAWIN 3aMICHY (PEPMEHTHY Tepamilo MpU IbOMY
3axXBOpIOBaHHI. SIKiI0 00'€eqHATH Pa3oM IIi TPH THIHM MYKOIOJicaxapuao3y, TO Ha
JaHUUW B HaIlll{ KpaiHi 3amicHa (pepMeHTHaA Tepamis Bxke Oyjia mpoBeaeHa OuIbIie
HiK aiug 200 mamientiB. JlocBix mpodecioHanaiB pa3oM 13 JJaHWMH, HasSBHUMH B
MDKHApOJIHINA JIITepaTypi, 3pOOMIM MOXKJIMBOIO pO3pOOKY IHOTO JOKYMEHTA,
CKJIAJICHOTO 3 METOI0 OO0'€qHAHHS Ta TrapMOHi3allli HasBHOI i1HMOpMaIi mpo
JIKYBaHHS IIUX BAXXKMX 1 MPOTPECYIOYMX 3aXBOPIOBaHb, K1, Ha IIACTS, ChOTOJIHI
MIJJAI0TBCSA JIIKYBaHHIO, IO BIJKPUBAE HOBI MEPCHEKTUBU IS Opa3smIbChbKUX
MAIIE€HTIB, K1 CTPaXKAA0Th BiJ] ITUX 3aXBOPIOBAHb.

Komenmap pobouoi cpynu

B Vkpaini epmenmna 3amicna mepanis npusHawaemvcs nayicHmam 3
mykonoaicaxapuoozom 3 2006 poxy. Ha momenm pos3pobku O0anoi adanmo8auoi
Kniniunoi nacmawnosu 3a oanumu HICJI «OXMATIIUT» 6 VYkpaini D3T
ompumytoms 14 nayiecumis. Boonouac cnio 3aysaxcumu, wjo MeouKo-mexHoai02iuti
OOKYMEeHmMU 3 HAOAHHA MeOUUHOI 00NOMO2U NPU MYKONOICaxapuoosi, CmeopeHti Ha
3acaoax 00Ka3080i MeOUyuHU, He PO3POOISAIUCD.

Mucopolysaccharidose de type I. Guide ALD [Mucopolysaccharidosis 1], 2007
KOHTPOJIb MIIC 1
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Lini

— CkiacTy TOPIBHSUIBHUKA TMIACYMOK YpaXeHb BIIHOCHO JO TOYaTKOBOTO
BHCHOBKY:

— Po3BuTOK (MporpecyBaHHs UM perpec ypaxeHHs, Npo sike 0yo BiIOMO paHile,
BUSIBJICHHS Ypa)kK€Hb, TIPO SIKi 1€ HE OYJI0 B1IOMO).

— Ouiauty e(heKTUBHICTD Ta A03YBaHHS JIKyBaHHS.

— OUIHUTHU TOJIEPAHTHICTH A0 JIKYBaHHS.

— OuiHUATH JOTPUMAHHS JIIKYBaHHS.

— + [IpoBecTn HaBYaHHS MO0 JIKYBaHHS JIJIsl AI[IEHTA UM UOTO POJIUHU:

— OuiHMTH 3HaHHA TAalll€HTa Npo HOro XBOpoOy, JIIKYBaHHS Ta TE€HETUYHY
KOHCYJIbTALIIIO.

— OO6roBopeHHs epeOyBaHHSA 32 KOPJIOHOM, TJIaHYyBaHHS BariTHOCTI.

— + BusBuUTH Ta NPU3HAYUTH JIIKYBAHHS MOKJIMBUX CYITyTHIX 3aXBOPIOBAHb.

— ¢ Oumiautn BrumB MIIC 1 Ta Horo JiKyBaHHS Ha IICHUXOJIOTIIO, POIUHY,
HIKIJIbHE Ta COLIOMPOQECIHE KUTTS.

3aoiani gaxisyi

— Jlikyrouuit mikap.

— Jlikap MOBIAKOBOTO IIEHTPY Ta/abo0 cremiamicT, mo O0epe Ha OOMiK marlieHTa Ta
KOHTPOJIIOE HOTO Pa30M 13 JIKYIOUUM JIiKapeM.

— IHmm cnemianicT 3a3BUYail MOXKYTh OyTH 3aJiIHI Ha MPOXaHHS BUILE3TaTaHUX
JKapiB.

KoHcynbramii, mo € HeoOXIIHUMHU BHOPOAOBX JIKYBAaHHS, 3aJeXaTb BiJ

MOYaTKOBOTO BUCHOBKY, BUOPAHOTO JIIKYBaHHS Ta PO3BHUTKY:

— JIoBiIKOBUM LEHTP 3 METAOOJIYHUX UM JII30COMHHUX 3aXBOPIOBAHb.

— MynbTUAMCUUITTIHAPHI KOHCYIbTALI].

— CreunianizoBaHi KOHCYJIbTalll1

— IkinbH1 dikapl (IpoeKT mnepcoHi(pIKOBAHOTO MpHIlOMY) Ta JiKapl Ha Micli
poboTH.

— byap-skuii 1HIIWNA CHemialicT, SKui Oepe y4acTh Y BHPIIIEHHI COIllaJbHUX
npoOJieM marfieHTa.

Yacmoma i 3micm KoHCyIbmayiu

Kiiniune o6cTexeHHs

KoHTponbHe KiIiHIYHE OOCTEXKEHHSI € aHAJOTIYHUM JO OOCTeXEHHS, IO

MPOBOJUTHCA TMiJIT Yac TOYATKOBOI OIIHKHA. YacToTa MPOBENCHHS KOHCYJIbTAIlA

3aJICKUTH BIJ KJIIIHIYHOTO PO3BUTKY.

BciMm  maimieHTamM = pEeKOMEHJIOBAHO  OTPUMYBATH  MYJIbTUAUCHUILTIHAPHI

KOHCYJIbTalll] IIIOHAMEHIIIe pa3 Ha PiK.

Y Bunaaky mnpoBenaeHHs 3®PT uym TI'CK yactora mnpoBeaeHHS KJIIHIYHOTO

oOCTeXXEeHHS, 3a3BUYai, 0€3 ypaxyBaHHS CHeUU(PIYHUX MOTPeO, MOB’SI3aHUX 13

TPAHCIUIAHTAIIIEI0 KICTKOBOTO MO3KY, CTAHOBUTB:

— KOXHI1 3 MiCsI[l HAa TOYATKY JIIKYBaHHS;

— Big 6 micsaiB A0 | poky dyepes pik micis JiKyBaHHS, 3a71€KHO Bl PO3BUTKY.

JlomaTkoBi 0OCTEKEHHS .

— bionoriunuit KOHTPOJIBH
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CrnemianpHuii KoHTposb y Bunaaky npoBeneHHs 3OT um TI'CK Brimrouae
BUMIPIOBaHHA PIBHIO ajibda-L-iqypoHiia3u B JeHKOIMTAX, £ CHpOBaTKa XBOPOTO,
a TakoX KOHTpoJib BuBeaeHHs ['Al 13 ceuero.

PiBens ['Al" BuMiproeThcst Oe3mocepeIHbO Tepes JiKyBaHHAM (OakaHO MPOBECTH
2-3 BUMIPIOBAaHHS, OCKUJIBKY BUBEJCHHS 13 CEUCIO € PI3HUM IIOTHS 1 3MEHIIYETHCS
3 BikoMm). IloTiMm BHuBYaeTbcs QepMeHnTHa akTuBHICTH Ta ['Al, MiHIMyM -—
KUTBbKICHUH aHaJIi3, a 332 MOMJIMBOCTI 1 AKICHUM, y 1 MicsIb, 3 Micallb, 6 Micsllb Ta
1 pik, motim — 1 pa3 Ha piK.

VY BUMNAJIKy HEJOCTATHOCTI XUMEPU3MY MOKE 3HAI0OMTHUCS 301IbIIICHHS JT03H.

VY Bumnanky 3minu ao3yBaHHs P3T yu BIACYTHOCTI peakilii Ha JIIKYBaHHS MOXKeE
3HAT00UTHUCS 30UIBIIEHHS JO3U.

3a BIJCYTHOCTI CTaHAApPTHU3alli METOJUK PEKOMEHJOBAHO, 100 KOHTPOJb
3/IIMCHIOBABCS OJIHIEIO TaOOpaTOPIETO.

CriJl KOHTPOIIOBATH PIBEHb AaHTHUTL 10 JJAPOHiTa3H.

Komenmap pobouoi epynu:

Ha momenm pospobxku oamoi adanmoeanoi KuiHiuHOI HacmaHosu 6 YKpaini He
NPOBOOSIMbCS OOCMENCEHHS HA BU3HAYEHHS DIGHA aHmMumin 00 JapoHIOa3u ma
[HWUX NIKApCoKux 3aco0is, sKi 8UKOPUCMOBYIOMbCA OJiSl JIIKY8AHHS NI30COMHUX
X80p06 HAKONUYEHHS.

dyHKIIIOHAJIbHA OIIIHKA

— 3a MOXJIMBOCTI ITPOBEJICHHS TECTY HA X0/Ib0Y BIPOIOBK O XBHJIUH.
— OriHka cTaHy cyriao0iB.

— Ikama SKOCTI1 KUTTH.

Oocmesricennn 011 KOHMPOJO pooomu cepys

— EEI mopoky: BUSIBIEHHSI O3HAK rinepTpodii NUIYHOUKIB, TOPYIIEHb PUTMY
YU MPOBEJICHHS, O3HAK 1ILIEMI].

— Exorpadis cepiis nopoky.

— YacroTa 00CTeKEHb MOXKE CKJIaJIaTh 2 POKH 3a BIJICYTHOCTI Ypa)keHb Ceplid,
10 PO3BUBAIOTHCS, YU HABMAKH, OOCTEIKEHHSI MOXYTh MPOBOJUTUCS OLIBII
4acTo, 3aJIEKHO BiJ BAXKKOCTI CUMIITOMIB Ta PO3BUTKY XBOPOOHU.

— 3ajexHo BiJl KJIIHIYHOI HAIpPaBJIEHOCTI MOXXYTh OYTH 3alpONOHOBaHI 1HIII
oocrexennsi: MPT cepitsi, koporaporpadisi, XonTepiBCbke MOHITOPYBaHHS
EKT, criuaturpadis mijg HaBaHTa)KEHHSIM, MapKEPH CEPIIEBOi HETOCTATHOCTI
YU imemii MioKapmy.

Oocmesrcennsn 0aa konmponio JIOP-opzanie
— CrnenianizoBaHa KOHCYJIbTAIlisl HE MEHII HIXK 1 pa3 Ha pik (y TOMY 4HCIi Oyab-

K1 00CTe)EeHHs1, He0OX1H1 JJIsI MPOBEACHHS OIIHKY CTaHy IMAaIlI€HTA).

— Ayniorpama | pa3 Ha pik, 4acTille y BUIAJKy HasiBHOCTI PO3BUTKY pO3Jiaay 4u

BTPYYaHHS.

— CeHCOpHI BUKJIMKaHI MOTEHIIATH, SIKII0O HEMOXJIMBO MPOBECTH BUMIPIOBAHHS

TOCTPOTH CITYXY.

Oocmerrcennn 0na KOHMPOIIO 1€2eHi8
— Paniorpadis: BUsiBJI€HHS MTHEBMOIIATIT 3aJI€KHO B1J] CHMIITOMATHKH.
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— OyHKUIOHAIBbHI 00CTEKEHHS OpPTraHiB AUXaHHS, SIKIIO B3a€EMOJIS 13 Mall€HTOM
JIO3BOJISIE 1X NIPOBECTHU.

— TlomicomHorpadis 4 TIABKHA OKCHUMETPIs, SIKIIO MOJICOMHOTpadiro mpoBecTH
HEMO>KJIMBO: KOXHI 1-2 pOKH 3aJI€KHO BiJl CHMOTOMATHKH.

— Tazomerpis micist mpoOyaKeHHS.

— Ou1riHKa SKOCTI MEXaHIYHOT BEHTHJIALT, KOJIM € TIOKa3aHHS /10 11 3aCTOCYBaHHS.

Opmanvmonoziunuii KOHmMpPO.Jib

— IlepeBipka rocTpoTu 30py.

— Ovyne nHO.

— OO0cTexeHHs 3 BAKOPUCTAaHHAM ILIJIMHHOI JIAMIIH.

— BuMiproBaHHSI OUHOTO THUCKY.

— 3ajexHo BIJ PE3yJbTaTIB OIVIALY: E€JIEKTPOPETUHOTpaMa, 30pOB1 BUKIIMKAHI
NOTEHLIaJIN, BU3HAYEeHH 11015 30py, MPT 30poBoro HepBy, ToMorpadis oka 3a
JOTIOMOT'0I0 CKaHOTpadii 3 ONTUYHOI KOTEPEHTHICTIO, OPTONTUYHUN BUCHOBOK
1T.I.

Hegponociunuiit KonmpoJisp

— IHITHI + EMI" (cepeauHHuil 4u JiKTHOBHI HEPB).

— MOHITOPHUHT 3aJIe’)KHO BiJl PO3BUTKY.

— MPT mo3ky, MPT cnimnnoro mo3sky, PBII, CaBII.

Heiiponcuxono2iunuit KOHmMpPOoJiv

— Heiiporicuxosoriuyxa oIfiHka.

— HIkinpHUE pe3ynabTar.

— IlcuxoMoTOpHUI pe3yibTar.

— OptodoHiuHUN pe3yNbTar.

— EprorepaneBTuuHuil pe3yJbrar.

Opmoneouunuii KOHmMpOo.Jib

— OproneauyHe 00CTEKEHHSI.

— Panmiorpadis xpe0ra 1 Tazy.

Koumpons ¢hiziomepaneema ma peabinimonoza

— Pe3ynbTaT JiKyBanbHOI IIMHACTUKH.

— PesynapTaT  eproTepamii:  pe3yabTaT  YIIKOJKEHb,  (YHKLIOHAJIbHUX
MOXJIMBOCTEMN, CUTYyAIlIi 1HBAJITHOCTI Y MOBCAKACHHIN TISJIBHOCTI.

O0onmocmomamonoiuHuil KOHMpPOJib

KoxHi 6 mMics1iB micis BiKy 3 poKiB.
— OpronanroMorpama.
— IIpodinakTuka iHPEKIIHHOTO EHTOKAPANUTY.
— 3BuYaiiH1 3ax011 3 PTOPIPODIIAKTHKY Ta YUIIIEHHS 3Y0iB.
— CromMarosoriuHe JiKyBaHHs MOX€E MPOBOJUTHUCS B yMOBax amMOynaTopii uu B
cnemiaigizoBaHoMy Micii. [lalieHTH MOXyTh OTPUMYBaTH  MICIEBY
aHecTeslIo.

Mucopolysaccharidosis type Il: Guidelines for Assessment, Monitoring and
Enzyme Replacement Therapy (ERT), 2010:
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Myxkomnoaicaxapuno3 tum 11

Cnocmepedicenns

Jis marieHTiB OyJae TpPOBOAUTUCH CHOCTEPEKEHHS Yepe3 KOXKHI 3 Micsll B
aMOyJIaTOPHUX YMOBAaX.

[Tix 9ac KO’)KHOTO Bi3UTY:

— Koriniyna orfinka Ta BU3HAYEHHS KUTTEBO BAXKJIMBUX MTOKA3HUKIB.

— BusnHaueHHs piBHsI IJ11IKO3aMIHOTJIIKaHIB y ceul.

— 3a HasiBHOCTI KJIIHIYHUX IOKa3aHb, MOXKIIMBO, MOTPIOHO Oy/i€ MOBTOPUTH 1HIII
MOYaTKOB1 OOCTEKEHHS.

UYepes 12 micsiiB (a TOTIM HIOPIYHO):

[ToTpiOHO MOBTOPIOBATH BC1 MOYATKOBI JOCIIKEHHS (32 BUHATKOM CTaHJIAPTHOTO
PEHTIEHOJIOTIYHOTO JOCIIMKEHHS ), SIKIIO TUIBKW HE 3'IBUTHCA KIIIHIYHA MTOTpeda y
YaCTIIIOMY TOBTOPEHHI IUX o0cTexeHb. OIlliHKa HEBPOJOTIYHOTO CTaTyCy
MIPOBOIUTUMETHCS MOPIYHO.

Kpumepii e¢hexmusnocmi

Yepes BIACYTHICTh OyAb-SIKUX JIOCHIIKEHb MPHUPOAHOrO Nepediry 1i€i XBopoOu
3QJIMIIAETHCS HE3PO3yMUIMM, B SIKMM MOMEHT ISl XBOpoOa cTae HeoOOPOTHOIO.
Tomy HamI pekoMeHallli CTOCOBHO MOYaTKy JIIKyBaHHS Ta OLIIHKU €(EeKTUBHOCTI
OOMEXYIOThCA TAaHUMH, SIKI ICHYIOTh y JIITEpaTypi, Ta HAIIIUM KIHIYHUM JTOCBIJIOM
CIIOCTEPEKEHHS 32 XBOPUMHU.

BusnaueHHs M e(EKTUBHOTO JIIKYBaHHS € «3MEHIIEHHS ab0o TMomnepemKeHHs
MPOTPECYBaHHS aKTMBHOCTI XBOPOOH, MPO IO CBIYUTH CcTAOLII3allis KIITHIYHOTO
CTaHy, TOB's3aHa 13 3MEHIIEHHSAM MOPYIIEHb, SKI CIOCTEPIrajJuch Ha IMOYATKY
JKYBaHHSD.

Kpumepii npununenns aikysanHa.

— Skmo y mamienTa 3'IBUThCS HeOe3MeuHe IS JKUTTS YCKIQAHEHHS, SIKe HaBPS
YU 3HUKHE MpU MOAAJIBIIOMY MPOBEJEHHI 3aMICHOI (pepMeHTHOI Tepamii. Lle
BKJIIOYA€ CHUJIbHI pEakKilii, MOB'sI3aHl 13 BIMBAHHSM, SIKI HE BJA€THCS YCYHYTH
IHITUMU 3ac00amMu.

— HeBukoHaHHS pEKOMEHI0BAHOI CXEMH J103yBaHHS.

— HeMOXJIMBICTh TPOBENEHHS CIOCTEPEKECHHS MIHIMyM OJIMH pa3 Ha piK
MOBUHHA MPU3BECTH 10 MIPUIMUHEHHS 3aMICHOT (PepMEHTHOI Tepartii 10 THX mip,
JIOKW HEe OYyIyTh BITHOBJICHI PETYJISPHI BI3UTH MAIIEHTA JI0 JIIKAPHI.

— 3HayHe Mporpecyroye 3HMKEHHS KOTHITUBHOI (DYHKIII.

Axio unenaM ciM'i Ta KIHIIKCTaM Y IEPBUHHOMY LIEHTPI HE BIA€ThCA TIATH 10
3arajbHOTO PIUIEHHS, TO PIIIEHHS PO NPUIMHEHHS 3aMICHOT (PEPMEHTHOI Teparii
NOTPIOHO MIATBEPAUTH MIHIMYM B OJHOMY IHIIOMY IMpHU3HauyeHoMmy IeHTpi. Cria
TakoXX OpaTu 10 yBaru IyMKY 1HIIUX (axiBIiB, sIKI JOTJISAIAIOTh 3a JAUTHHOIO,
HaIpUKIIaJ, BUATENIB y IIKOJI, COIIAJIbHUX IMpaIliBHUKIB, JIIOJAEH, SKI HaJarTh
NaJlaTUBHY JA0NOMOTLY TOLIO.
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Y BenukoOputanii 0yB OTpUMaHMII HACTYIIHUMA IOCBIA: JAO TEMEPIIIHBOTO Yacy
JiKyBaHHS OyJIO MPUIMHEHO 7S 6 Malll€HTIB — 4 BUMAIKU Yepe3 MPOTrpecyBaHHs
nopyuieds [[HC, 1 Bumagok uepe3 HEIOTpUMAHHS CXEMH JIIKYBaHHA Ta mie 1
BUIAJOK Yepe3 HEKEepOBaHI peakilii, MOB's3aHl 3 BIUBAaHHSAM. Y TMaLi€HTIB, IS
AKX TPUNUHWIN JIKyBaHHS uepe3 mporpecyBanHs mnopymens [[HC, ne
BIIMIYaJIOCS [IOMITHOTO NPUCKOPEHHS PO3BUTKY MOPYILIEHb.

Kpumepii 6e3nexu
besneka Oyme KOHTPOIIOBATUCH 3a pe3yibTaTaMu (Di3UKaIbHOTO OOCTEKCHHS Ta
XKHUTTEBO BAXIMBUMH MTOKA3HUKAMH.

KpiM Toro, 3a BH3HAUeHHS PIBHS aAHTUTII 1 CHOCTEPEKEHHS Oyle HECTH
BIJIOBIJIAJIBHICTD JIIKAp, SIKAW MPU3HAYUB JIKYBaHHS, pPa3oM 3 BHPOOHUKOM
npenapary, SKUH Haga€e NOCIYyTM g TNEpeBIpKM pIBHS aHTUTUL. Y pasl
HEOOX1THOCTI Oyze po3po0iIeHUI MPOTOKO, 33 IKUM NOTPIOHO Oy/ie BUpILIIYBaTH
MO>KJIMB1 POOJIEMH, TTOB'A3aH1 3 IMYHHOIO PEAKIIIEIO.

Ilepesipxa

3riJIHO 3 BUMOTOIO0 KOXEH IIEHTp JIIKyBaHHS OyJle CaMOCTIMHO MPOBOAUTH OOJIIK
CBOIX TOCIIYT, BKJIIOYAIOUN CIIOCTEPEKEHHSI 32 CTYIEHEM 33/I0BOJICHOCTI IMalll€HTIB
JiKyBaHHsIM. [HIIIa ayiuTOpCchKa isUIbHICT OyJie Jep)kaBHOIO Ta Oyae 6a3yBaTHCh
Ha BHECEHHI LICHTPY B JIEp>KaBHUN PEECTP, KOJIU BiH Oyje po3poOIeHui.

[Ticnst orpuManHs 1HQOPMOBAHOT 3rO/IM JaHI Malll€HTa MOTPIOHO OyJe BHECTH B
CHEIIAIBHUN peecTp I I1i€i XBOPOOM, OCKUIBKH 1€ € OJHUM 3 KOMIIOHCHTIB
3aTBEP/KEHHS JTIICH3YBaHHS Mpernapary.

Komenmap pobouoi cpynu
B Vkpaini eedenns obniky nayienmis 3 MmyKonoricaxapuoo3amu HOKIA0EHO Ha
HJ[CJI « OXMATHUT ».

Guidelines for the treatment of Mucopolysaccharidosis Type 11 (MPS I1) disease
through the Life Saving Drugs Program, 2012:

Jlnsi mamieHTiB MOTPIOHO PETYISIPHO MIATBEPKYBAaTH BIAMOBIAHICTH 3TIAHO 3
BUMOTaMHU BKJIIOYEHHS JIO MPOTrpaMu JIiKyBaHHS. MOHITOPUHT 1 OOCTEKEHHS HE
¢binaHCYIOTbCSI a00 HE CYOCHAYIOTBCS MPOTpaMor0 13 3a0e3MeyYeHHs] KUTTEBO
BOXJIMBAMU TperapaTaMu, MPOTE BUTPATH Ha JesAKli OOCTEKEHHS MOXKYTh
KOMITCHCYBAaTHCh Yepe3 JIEpKaBHY Iporpamy Oe3KOIITOBHOI MEIMYHOI JOTIOMOTH
«Menikep» ab0 MOXYTh HPOBOJMUTHCH Yy JepkaBHIM JikapHi. KoHTposb 3a
namieHTamMu ~ Oyne  BiOyBaTHUCh  4epe3 KOXKHI 6  MICAIIB  4iIeHaMu
KOHCYJIbTATUBHOTO KOMITETY 13 3aXBOPIOBAHHS MYKOIIOJIICaXxapujao30M Ta
npejcTaBHUKaMu MiHICTepCTRa.
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ITouyaTkoBi
aui

Yepes 6
MICSILIIB

Uepes 12
MICSLIIB

Yepes
KOXHI 6
MicALiB

lopigao

JIBa

pasu Ha
pik

3picT (TPOLIEHTHIIH) X

Bara Ttina (mporeHTHIIb)

Iapexc Macu Tina (MPOLEHTHIIB)

X
X
OKpYy>KHICTb TOJOBH (MIPOLIEHTHIIb ) X

X | X| X[ X|X

TemaTomerais®

XXX | X|X]|X

Crutenomeraiist

JocnimkeHHs cHy

XX X[ X|X]|X|[X]|X
XX X[ X|X|X|[X]|X

[unexc anHoe / riromnHoe

XX X[ X|X|X|[X]|X

X
I

X
N

006’eM dopcoBaHOTO BHIUXY /
(dhopcoBaHa BEHTHIIAIIHHA
3/IaTHICTB?

X
N

Exoxkapmiorpadis®

OdranpMonorigae 00CTeKESHHS

CrymiHb TOMYTHIHHS POTiBKH

X | X | X | X
X | X | X | X
X | X | X | X

BHYTpimtHb00UHHI THCK

x
I\

Enexrpoperunorpadis,
iHIyKOBaHMI 30pOBHIi TOTEHITIAN

Orisa CKeneTHOI CUCTEMU — X
TIBKH MPU TIOYATKOBOMY
oOcTeXeHH]

PeHTrenonorigue mociimKeHHs X X
Tazy, JaTepalbHUN 3HIMOK XpeOTa i
3HIMKH IIUT P 3THHAHHI /
posrunanHi*

MPT xpaHionepBiKaIIbHOTO X X
nepexoy, Ko Oyiu BUSBJICHI
3MiHU Ha PEHTTEHIBCbKOMY 3HIMKY
200 AKINO BIAMIYAETHCA
rineppedunexcis *

TecT 3 6-XBUJIMHHOIO X000 2 X X X X

Koedimient inTenekry / X
HEMPONCHXOJIOriYHI TECTH °

IToBHE HEBpOJIOTiUHE OOCTEIKEHHS X X X X X

Aynionoriune T0CIiPKeHHS X X X

KinpkicHuii anamni3 X X X X
T1IKO3aMiHOTJIIKaHiB y ceui

Jliara3on pyxoMocTi cyrino6is X X X X

1 YabpTpa3ByKoBe aociipkeHHs, skiuo MPT He mMoxHa mpoBecTd 0e3 aHecTe3yrodoro 3acoly. Tinbku
SKIIO KJIIHIYHI JJaHi € HOpMaJIbHUMHU.

2 SIKII0 € MOKJIMBUM KOHTAKT 3 MAI[iEHTOM.

¥ Bimouarour BU3Ha4eHHs (GpaKilii BUKKLy Ta (ppaKiiiiHe yKOPOIEHHS.

* Illopiuno, AK1IO € Oyab-sKa 3MiHa. JIBa pasu Ha piK, AKIIO PE3YIBTATH € HOPMATLHUMH.

% Heiiporcuxonoriunumii Tect (a60 aHAIOri9HMI TECT) KOYKHOIO pa3y MOBMHEH MPOBOJUTH KOMIIETEHTHHI
Helponcuxoior (0axaHo OJuH 1 Toi camuii). [ToTpiOHO MOBIIOMIIATH SIK a0COJIFOTHY KUIBKICTH 0OalliB, TaK
1 KUTBKICTh OaiB, KOPEKTOBaHY 3a BIKOM. Y pa3i MOKJIMBOCTI MOTPiOHO 3a0e3neunTy, o0 ayIionoriyHe
JOCHIDKEHHS Ta OyAb-sIKi 1HIII HEOOXiJHI BTpy4YaHHs (HalpHUKIa, BBEIECHHs CIIyXOBOrO amapary Ta/ado
TPYOKH Uil BEHTWISALII CEpeIHBOr0 ByxXa) MOTPIOHO 3aBEPIIMTH 10 MPOBEACHHS HEHPOIICHXOJIOTIHHOTO
JOCITIDKEHHS.

® 3a HagBHOCTI KIiHIYHMX MOKa3aHb ab0 3a BUMOTOI0 KOHCYJIBbTATHBHOTO KOMITETY i3 3aXBOPIOBAHHS
MYKOIOJIiCaxapHI030M.




53

" 3rumaHHs Ta BiJBEJECHHS IUIEYa; 3TMHAHHSA/PO3TMHAHHS JIKTS;, 3TUHAHHA/POSTMHAHHS 3aIl'sCTs;
3TUHAHHS/PO3TMHAHHS CTETHA, BHYTPINIHS Ta 30BHIIIHSA pPOTAIlis; 3TUHAHHSA/ PO3TWHAHHS KOJiHA;
3TWHAHHS/PO3TUHAHHS [IHU1; 3rHHAHHSA/PO3THHAHHS TOMIJIKOBOCTOITHOTO CYTJIO0Y Ta CHUMIITOM Ma3ypUCTOl
PYKH BiICYTHIHN / clTaOKuii / TOMipHUH / CHITHHUHA
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Jonpatok 1

Metonoaoris po3podoku nokymenty Mucopolysaccharidosis I, 11, and VI:
Brief review and guidelines for treatment, 2010

Jlnid i€l cTaTTi ICHYIOTh HACTYMHI MaTepianu B [HTepHerTi:

- [IpumiTKku Tipo eTamu nepen po3poOKOI0 BOTO JOKYMEHTa

Ileit  marepian  JOCTYmHMM  sK  4YacTMHa  CTaTTli  Ha  BeO-CauTi:
http://www.scielo.br.gmb.

IIpumiTKu npo eranu nepea po3podKOI0 HLOI0 JOKyMEHTA

JI1st cki1aianHst IbOTo IOKyMEHTa OYJIu 3/[1CHEHI HaCTYITH1 KPOKHU:

1) 30upaHHsI MOYATKOBUX JAHHX i CKJIAJTaHHS MONEPEAHbOI0 JOKYMEHTA:

Ile#i eran OyB mpoBemenuit y Cmyx0i mMemuuHoi reHetuku [SGM] kmiHIYHOT
aikapHi 3 [lopto-Anerpe [HCPA — xniiniuna nikapus B Ilopro-Aserpe)]. bymn
3ampomieHi 6  WwieHIB Tpynmu 3 Mykomoisicaxapuaosy i3 SGM/HCPA,
3anponoHOBaHKX Mpodecopom Pobepro ['iyriiaHi, K1 MOTOAWINCH B3SITH y4acTh Yy
poOOTI 3 HACTYMHUX MUTAHb

- Myxkononicaxapunos I tuny: Beponika Myno3 1 Auapecca denepxen

- Myxkononicaxapuao3s Il Tuny: Jlyiza [linto 1 Tasine Bieiipa

- Myxkononicaxapuno3 VI tumy: Ana Cecinist A3zeBeno 1 OcBanpao ApTiraiac

Cnouatky OyB MpOBENEHWNW CUCTEMHUW OIS JTepaTrypu y OazaMu JaHHX
«PubMed» i «Biremey. Jlns morryKy Oy/iv BUKOPHCTaHI HACTYITHI KJIFOYOBI CJIOBA:
e Mykormnoicaxapuao3
e Myxkonomnicaxapuao3 [ tumy
Cunapom I'yprep
Cunpapowm Illeiie
Cunnpom I'ypnep-Ileiie
e Myxkonomicaxapuao3 Il Tumy
Cunnpom Xanrepa
e Mykonomnicaxapuao3 VI tumy
Cunapom Mapoto-Jlami
3amicHa pepMEeHTHA Tepartist
[Tpupoauuit nepedir
JlikyBanHs
Kniniyne BunpoOyBaHHS
CnoctepekeHHs Ta PeECTpH

Kpim Toro, Oynu BKIIFOUEHI CTaTTi, MPUUHATI JUIsl MyOJiKaIli, a TaKOXK CTaTTi, B
SAKUX MICTUTHCS 1H(OpMaIlis, KOpUCHA JUIsl CKJIaJIaHHS I[bOTO JOKYMEHTA, HaBITh
KO B IIMX CTaTTAX BIJACYTHI 3a3HA4€Hl1 KIIOYOBI ciioBa. Ha miacTtaBi 1ux
3i0paHuX cTaTel CKJIagaBcsl TEKCT MPO  MyKomoJsicaxapumao3 [ Tumy,


http://www.scielo.br.gmb/
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mykonomicaxapuao3 |l tumy Ta mykomomicaxapumo3 VI Tumy 3a HacTymHUM
TUJTAHOM
a) KopoTke pe3tome 1 KOXKHOT XBOpOOH, SIKE BKIIFOYA€E HACTYITHE:
- Kininiyna xaptuna
- [Ipupoanuii nepedir, BKIIOYAI0UX HAWYaCTINI YCKIIaJHEHHS
- CiajikyBaHHS 1 OIIUPEHICTD
- BioxiMiuHI Ta MOJIEKYJIIpHI MOPYIICHHS
- [Iporec miarHocTukKU
- CTaHgapTHI METOIU JTIKYBaHHS
- IIpodimaktka (BUSBJICHHS HOCIIB, T'€HETHUYHE KOHCYJbTYBaHHS Ta
HpeHaTajbHa JIarHOCTHKA)
0) 3amicHa (hepMeHTHA Teparis
- IcTopis (MOKIiHIYHI JOCITIIKEHHS)
- KopoTkuii onuc kiniHiyHUX BUNpoOyBaHs (pazu I, 11 1 I1I)
- KopoTtkuit onuc q0CBiy, HAKOMMMYEHOTO Ha ChOTOHIIIHINA JI€Hb
- OCHOBHI NPUHLUIIY TPOBEACHHS 3aMICHOI (DEPMEHTHO1 Teparii:
- [Toxazanus
- Cxema 3actocyBaHHS (4YacToTa BJIMBAHHS, J103a, TPUBAJIICTh
BJIMBAHHS)
- [Ipemegukartis
- [linroTyBanHs npenaparty
- [HcTpyKIIii cTOCOBHO (PLIBTPIB
- [ToGiuH1 peakiii — mpoBeeHHS JIKyBaHHS
- [ToGiyHI1 peakIii — GpapMaKoJIOTTYHUIN HATIISA
- Kniniyni npouenypu [ TAIll€HTa, SKOMY MPOBOJATH 3aMICHY
dbepMeHTHY Teparito
- Ilepionnuni 0OCTEKEHHS
- Kpurepii npunuHeHHs JiKyBaHHS
- BruiB npunuHEHHS JTIKyBaHHS

2) Ominka Opa3suwiabcbkuMu (axiBOsiMH Ta CTBOPEHHSI KOHCOJIiI0BAHOTO
JTOKYMEHTY:

[Ticnst cknagaHHs MONEPEIHbOIO JOKYMEHTY BiH OyB BIANpPaBICHUN €JIEKTPOHHOIO
MOIITOI0 TPYIi Opa3uibChkuX (axiBIliB 3 yCiX 5 perioHiB KpaiHW 3 JOCBIIOM
poOOTH B Il Taly3i, a TaKOX TMPEACTaBHUKAM MEIUYHUX TOBAPHCTB,
3alliKaBJICHUX Y [[bOMY IIUTAaHHI, 3 METOI O3HAMOMJICHHS 3 IIUM JJOKYMEHTOM.

Jlyis 3aranbHOrO OOTOBOpPEHHS JOKYMEHTa Oyja cTBOopeHa poboda rpyma, B Ky
Oynu 3anpoieni 1i crneuianmictd. Lg 3yctpiu BinOynacek y m. Kamiac-gy-Cyn 16,
17 1 18 tpaBus 2008 p. 3a yuactio OuabIie HIXK 40 4eHIB TpymHu.

byna oOroBopeHa KkoOxHa TeMa JOKyMEHTa Ta Oyiu 3amucaHi IPOIMO3MIi
OCHOBHOIO TPYIIOI0 aBTOPIB Ta MEIUYHUM PEIAKTOPOM, SIKUil OyB 00aBIIEHUH 110
miei rpynu. IToTiMm OyB CKJIaJieHUMil KOHCOJIIIOBAaHUN JOKYMEHT 1 BiANpaBiIECHUN
YJIeHaM TPYIIU, K1 BHECJIH JI0JATKOBI ITPOIO3UIIIi, BKJIIOUEHI B 1[I0 BEPCIIO.
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3) Ili1aHu neperJisigy 10KyMeHTa

Brnponosx ychoro mporiecy CKIaaHHS IbOTO JOKYMEHTa BHOCWIHCH PIi3HI

MPOMO3UIIT MI0A0 HOro MOKpAIIeHHs, K1 OyAyTh IPEIMETOM HOBOTO OOTOBOPEHHS

3 METOI0 CKJIaJaHHs Apyroi Bepcii. Cepen HUX Oy HACTYIHI IPOMO3UIIIL:

d)  CKJJaHHS MPOTOKOJIB JIarHOCTHKY IMAII€HTIB 3 MyKOTIOIiCaxapua030M;

0)  CKJIaJaHHS IPOTOKOJIB JIKYBaHHS UX HOPYIICHB,

B)  CKJAJaHHS IPOTOKOJIB KIHIYHUX Ta Ja00paTOpHUX 0OCTEKEHb IJIS OILIHKH
TMAIEHTIB Ta CIIOCTEPEIKEHHS,

r) CKJIaJIaHHsI TepeJliKy MIHIMaJbHUX KPUTEPIiB 1 PEKOMEHIOBAHUX KPUTEPIiB
JUIsL opraxizailii iHpy31HHOro IEHTPY JJIsSI IPOBEACHHS 3aMiCHOI (hepMEHTHOL
Teparii Ipu MyKOToJIicaxapu 103,

)  CKJIagaHHs 00'€KTUBHHX KPUTEPITB MPUITMHEHHS JIIKYBaHHS,

e) BKJIFOUEHHSI TIEPEIIIKy CHEIIaliCTiB 1 YCTaHOB, SKI MalOTh JOCBII Yy
J1arHOCTHIII Ta JIKYBaHHI IIMX 3aXBOPIOBAHb Y PI3HUX perioHax bpazummii;

€) OOroBOpeHHsI Ta CKJIagaHHsA 3pa3ka (opMu 1HQOPMOBAHOI 3roAu Ui
BUKODUCTaHHA B KOHKPETHHX BHUMNAAKaX, KOJH HE JOCATAETHCA
BIJIMOBIHICTh 3BUYAHUM KPUTEPISIM BKIIFOUCHHS;

K)  3arajJbHHI aHalli3, MOKJIMBE 3aCTOCYBaHHsS HOBOTO (hOpMaTy Ta OHOBIICHHSI
JIOKyMEHTa Yy CBITJII HOBUX JaHMX, 5Kl 3'IBWIMCH Yy JTeparypi, Ta
30UJIBIIIEHOTO JOCBITY CHEIIAJICTIB, K1 € YICHaAMU 1€l TPYTIH.

Komenmap pobouoi cpynu

B Vkpaini enposaooicenns 3ameepodicenux meOuKo-mexHoiociuHux 0OKyMeHmie 3i
cmanoapmu3ayii MeouyHoi 00NoMo2u 30IUCHIOEMbCSL WISAXOM PO3POOKU JIOKATbHUX
NPOMOKOIE 3aK1A0I8 OXOPOHU 300p08 51 8i0N0BIOHO 00 Memoouxku po3pobku ma
BNPOBAOINCEHHST MEOUYHUX CMAHOapmie (VHIQIKOBaAHUX KIIHIYHUX HNPOMOKOIIB)
MeOUUHOI 0ONOMO2U HA 3Acadax 00KA3080i MeOUYUHU, 3AMEEPONCEHOI HAKAZ0M
Minicmepcmea  oxopounu  300pos’ss  Vkpainu 6i0  28.09.2012 p. Ne 751,
3apeecmposanoi 6 Minicmepcmsi  wcmuyii  Vipainu  29.11.2012 p. 3a
MNe 2001/22313.
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JlopaToxk 2

Knacugikanis Mykonomaicaxapuao3iB 3a Oioximiunum gedexrom (Lysossomal
storage Disorders. A Practical Guid, Ed.A. Mehta, B.Winchester,p.94-100)

1\21141121 Ha3sga Ho3oJ10ril JedexTHuit pepment

| Sirﬁl;L}Ii[p:;S /T'ypnep- o-11ypoHHAa3a

I C-Mm Xanrepa 1IypoHaTcybdaraza
C-m Candininmo A renapaHcylbdarasa
C-Mm Candininmo B O-aleTWITIIOKO3aMiHi1a3a

a C-Mm Candininmo C anetunKoA :rmoko3aMiHiganeTuiaTpancdepasa
C-m Candininmo D aleTUITIIIOKO3aMiHUI-6-cyb(darasza
C-m Mopkio A rajlakTo30-6-cynbdarasza

v C-m Mopkio B B-ramakrosumasa

Vi C-m MapoTo-Jlami apwicyibgaraza B

VI C-m Cnas B-rirokypoHuaaza

IX Jediuut rianypoHuaasu | riaxypoHua3a
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