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nocmepe)xexud npomd2oM 12 pokis 32 JacmocyBaHHIM
(epmenmo3amicHol mepanii | pigHux bpama 1 cecmpu
3 ocnabnexow fjopmow MyKononicaxapugo3y 1 muny:
BaXNusa ponb Nowamky MIKYBAHHY HA paHHbOMY eman

Myxkononicaxapugos 1 Tuny (MINC-1) — ue 3aXBOPIOBAHHS 3 AYTOCOMHO-PELLECUBHUM TUMOM
ycnagKyBaHHS, cnpuuvHeHe gediuntom o-L-inypoHipasu, wo xapakrepusyerbcs nporpecyoumm
nepe6irom i3 3anyyeHHsIM y NATONOriYHUA NpoLec 6ararbox CUCTEM OPraHi3My: YPaOKEeHHSIM O4Yel, cepus,
LLJTYHKOBO-KMLUKOBOTIO TPAKTY, JIEreHb, cKeneTta i HepBoBoi cucremu. Xoua icCHye 3Ha4YHa KiiHiYHA
reTeporeHHicTb, NALiEHTIB MOXXHA PO3NOARINUTU HA 2 KATeropii, Lo OXONMIoI0Tb 2 OCHOBHUX KAIHIYHMX
deHoTUNNM: 3 TXKKOIO GOPMOIO 3UXBOPIOBAHHS, TUKOX BigoMolo gk cuHgpom lN'ypnep, i ocnabneHoro
¢Ppopmoio xeopo6u, Wo paHiwe HasuBanu cuHapomom lNypnep/Llee i cunppomom Llee [1].

CunzapowM [ypiep nposBISIETECS B pAHHBOMY TUTSIYO-
MY Billi Ta XapaKTe€pU3YETbCSI paHHIM i IPOTpeCyr0oUYnM
ypaxkeHHSAM 0aratboxX CHUCTEM OpPraHi3My, BKIIOUAIOUM
HEPBOBY, i 3a BiICYTHOCTI JIiKyBaHHS TPU3BOAUTD 10 Jie-
TaJIbHOTO KiHIISI MPOTSITOM IMEPIIOTO AECITUITITTS XKUTTS.
VY manieHTiB 3 ocnabiaeHow ¢opmoro MIIC-1 Bigmiva-
€ThCSI 3HAYHA KITIHIYHA TeTePOTeHHICTh; CUMIITOMU TIPO-
SIBIISTIOTHCST HalgacTillle B cepeIHbOMY a00 Y CTapIIOMYy
JIUTSYOMY Billi, ajie BCTAHOBJEHHSI OCTaTOYHOTO JiarHO-
3y MOXE 3aTPUMATHUCS 10 OPYrOro AECATWIITTS XUTTH.
Y xBopux 3 ociabiaeHo Gopmoro MIIC BinOyBaeThCs
MOBiJIbHIlIIE, ajie 6e3mepepBHE MOTO MPOrpecyBaHHs, 1110
OXOTLII0E 6araTo CUCTEM OpraHizmy, 6e3 HassBHOCTi abo
3 HAsIBHICTIO JIETKUX MEPBUHHUX YpaXXeHb LIEHTPATbHOI
HepBoBOi cuctemMu. OUiKyBaHa TPpUBAJIiCTh XUTTS TaIli-
€HTIB 3 HeJIiKoBaHOIO ociabieHoio ¢popmoro MIIC-1
CTAaHOBUTH BiJl ABOX JIECSITKIB POKiB 10 CepeIHbOI TPUBA-
JIOCTi XHUTTSI.

®epmenTrozamicHa Tepartist (P3T) mapoHinazor, peKoM-
O0iHaHTHOIO ¢dopmow o-L-inypoHigmazu JAOAWHU
(Anbaypasum®’), cTana cTaHIAapTOM JIIKYBaHHS MALi€HTIB
3 ocmabneHoro hopmoro MIIC-1 [2]. V miii craTTi mpencras-
JIIEMO HaHi Ipo 12-pidHe CITOCTEPEeXEHHS 3a MALliEHTOM
3 ocyabaeHoo popmoro MIIC-1 (1mpo HbOTO MOBITOMIISIIO-
ca panimie [3]), y skoro ®3T 6yo po3movaro y Billi 5 Mi-
CSILIiB, TTOPiBHSIHO 3 JAHMUMU MOTO CTapIloi CeCTpHU, Y IKOL
Tepanilo po3rnoyaiiu y Billi 5 pokiB. Hackiibku Ham Bigomo,
HEeMa€ iHIIUX MAalli€HTIB, SKi MPOXOAWIM JiKyBaHHS Y Billi
110 6 MICSILIiB i 3 TAKMM TPUBAJIMM IIEPIOIOM CIIOCTEPEKEHHS.

Kninivynuii Bunagok
PiaHi 6pat i cectpa

Bpaty i cectpi y ue# yac 12 i 17 pokis signosigHo.
Cecrpi piarnocrysanu MIMC-1 y siui 5 pokis, y uek uac

y Hel 6ynun knacuuHi o3Haku ocnabneHoi dbopmu MIMC-1.
3aBaAsKM BCTAHOBNEHHIO AiarHo3y cecTpi ii 6paTty giarHos
6yno BCTaHOBNEHO He306APOM Micns HAPOAXEHHS.
HetanbHi AaHi npo BMNaaok HaBeAeHi y nonepepHin ny-
6nikauii [3]. BpaT i cectpa € HOCIAMM CKNOZHMX reTepo3u-
rotHux MyTauin IDUA (W402X i L535F). B o6ox piten
LWOPIYHO NPOBOAMAM MOBHI KNiHiYHI Ta BioxiMiuHi gocni-
AxeHHs. KoXHii AUTMHI po3novyanu woTuxHesi iHpysii
napoHigasun & gosi 0,5 mr/kr macu Tina y Biui 5 Micauis
(6pat) i 5 pokis (cectpa). IHdysii BMUKOHYBANM B NiKApHI
3 BUKOPUCTOHHSM iMMAIAQHTOBAHWX NPUCTPOIB BEHO3HOro
AOCTYnNy; BOHU fobpe NnepeHOCUNMUC NALIEHTAMM, Nobiy-
HMX peakLiid He 3apeeCTPOBAHO; KpiM Toro, 6yno npony-
LweHo ayxe Mano iHdysin.

bpar

Mauient Y. (puc. 1); maca tina 56,0 kr (>97-ro npoueH-
tmnio), 3pict 168,0 cm (>97-ro npoueHTHnio), 06’ €M ronosm
(Or) 57,2 cm (98- npouenTtuns). 3 Biky 2 pokie y uiei
AWUTHHM BiaMidascs 3pict 97-ro npouentunio. 3pict 6aTbkis:
6artbka — 170,0 cm (20-i npouentnns), matepi — 165,0 cm
(75-# npoueHTuns).

Y giui 12 pokie y uporo xnonumka He cbopmyBanmcs pucm
06nunyus, xapaktepHi ans MIMNC-1. Possutok Horo iHTenekty
HopmanbHui (IQ 116), a akictb xuTTa (3rigHo 3 ouiHKoIO
3a EQ-5D-Y [4]) oujnioetbes sk 100/ 100; He nosigomnsanocs

Puc. 2. Mauient Y. y Biui 11 pokis: A - 3nerka oBanbHa Gopma HUXKHIX
Tin xpe6uis; B - 3nerka TpukyTHa Ppopma Tin xpebLiB wWKIHOTO BinAiny;
B - BifcyTHicTb 03HOK MHOXXMHHOTO AU30CTO3Y KMCTel PyK

Npo NopyLeHHs AUXAHHS abo CHy; NpM KNiHIYHOMY oBcTexeH-
Hi renatocnneHoMeranii He BUSBNEHO.

Y pesynbTaTi OLiHIOBAHHS ONOPHO-PYXOBOro ANApATy
6yno 3adikcoBaHo nerke 06MeXeHHs 3rMHAHHA-PO3rMHAHHS
san’scrka (60/30; HopmanbHe 3HauenHs 75/70), Hagn' at-
KOBO-roMinkosoro cyrnoba ta 4-ro i 5-ro nansuie 6ina-
TepanbHo. [liana3oH pyxiB y Nie4oBOMY i Ky/bLIOBOMY
cyrnobax HOPMAnbHMM1, O3HAK CKONIO3Y HEMAE.

MNokasHuku dopManbHOT OLIHKM CNYXY € HOPMASIbBHUMM.
Mig yac odpransmonoriunnx obcrexerb B 12-MicauHoMmy Biui
6yno BUABNEHO NOMYTHIHHS POTiBKM NIErKOrO CTyNeHs, LWo
3QnUWKNOCS HE3MIHHMM. 3 7 POKIB Y NALIEHTA PO3BUHY U~
€Sl 4ANeKO30PiCTb TA ACTUIMATU3IM NIEFKOro CTYNEHSs, WO
6ynM NOBHICTIO CKOPUFOBAHI 30 AOMNOMOTOIO MiH3.

3a ponomoroto exokapgiorpadii y 7 pokis Brneplue Bu-
SIBJIEHO O3HOKM MOTOBLLEHHS MITPASILHOTO i TPMKYCMiAANb-
HOrO KJIQMQAHIB 3 HeAOCTATHICTIO Nerkoro crynens. Junarauis
nepeacepas nerkoro cryneHs 6yna susHadeHa go 9 pokis,
ane AocCi 3anNMIWAETLCS NPAKTUYHO He3MiHHOlo — knac |
3a knacudikauieio Hoio-Mopkebkoi acouiauii cepus
(NYHA).

Pentrenorpadis ckenera y eiui 10 pokis npogemMoHc-
TPYBANA HASIBHICTb MiHIMAQNBbHOrO MHOXWHHOrO AM30C-
TO3Y HMXHIX Tin xpebuis rpygHoro Bigainy (puc. 2A)
i TPUKYTHY popMy Aeskux Tin xpebuis wWuMHOro Bigainy
(puc. 2B); peHTreHorpammn kucten 6ynum HOPMANbHUMM
(puc. 2B), npaktnuno 6e3 amin. lani octeogeHcTOMETpI
HOPMAaJIbHI.

PesynbTrat enektpoHenporpadii ceiguate Npo HAsBHICTb
6inaTepanbHUX NErKMX O3HAK YPAXeHHS CEpeaUHHOro
HepBd. [0/10BHMI MO30K 3a AAHUMM MATHITHO-PE3OHAHCHOI
Tomorpadii — B Hopmi. He 3apeecTtposaHo peumgus-
HUX iHdeKuin. PesynbTati nepesipku cnyxoBux BUKAU-
KAQHMX noTeHuianis ctosbypa ronosHoro mo3ky (ABR)
Ta aypiomeTpii nepebyBaloTb y MEXax HOPMANbHUX
3HOYEHb.

3araneHi pisHi ekckpeuii rnikosamiHornikanis (FAT)
i3 ceueto 6ynu nigemweHi go nposeperHs P3T i Hopmani-
syeanucs Yepes 4 micaui repanii [3]. Bmict TAl y 3paskax,
B3aTMX 6e3nocepepHbo nepep iHdysielo, 3anuwascs
B MeXax HOPManbHUX BiKOBMX 3HA4eHb fo 8,5 poky, konu
nigsuwmnecs go 89 mkr/cr (HopManbHe 3HAYeHHs
37+£18 mkr/cr) po pocsrnenns 10,5 poky, a gani Hopma-
nisyeaecs. Pesynstatn enektpodopesy Al y ceui, wo
no npoeepaeHHs D3T xapakTepuayeanucs HasBHICTIO aep-
Mmatavcynsdary (AC) i renapancynsdary (I'C), Hopmani-
sysanucs nicns 4 micauis P3T go siky 6 pokis, konu cnis-
sigHoweHHs BMmicTy [1C i xongpoitu cynbdary (XC) ckna-
no 50/50 Ta 3anuwaeTbcs TAKMM JO TeNnepiluHbOro Yacy.

Pisexb TAT y nnasmi kposi y Biui 11,5 poky craHoeus
2,8 mkr/mn (HopManbHe 3HaueHHs 2,7%1,12 mkr/mn)
3i cniegigHowenHsm XC/OC 98/2 (nopma 100/0); sonm
nognibHi go pesynbraris, oTpumanux y siui 6, 9 i 10 pokis.
Jo nposepenHs P3T He Bye LOCTYNHWUM 3PA30K NAA3MM
kposi. [Micns 12 pokis P3T uupkyniosanebHi aHTUTING A0 Na-
POHIgA3M Npu BUKOPUCTAHHI MeToAy iMyHOdepMeHTHOro
aHanisy He BMSBASNMNCA.

Cectpa

Mauientka X. (puc. 1); maca tina 58,0 kr (>50-ro npo-
ueHTunio), spict 154,0 cm (10-1 npouentuns), O 59 cm
(>97-ro npouenTtnnio). Iutenekt Hopmanshui (IQ 80), skictb
xutta (EQ-5D-Y) ouiHioetbes sk 100/ 100. Menapxe Ha-
ctano y siui 12 pokis 3 HOpManbHUM CTPUBKOM pocTy
nig yac nepiogy craresoro go3spisauHs. Micns 12 pokis 3T
AO LbOro 4aCy NALIEHTKA BCE Lie MAE MOMIpHO rpybi
pucu obnmuus (puc. 1). O6’eM neuiHkn Ta cenesiHku

* Jlikapcekui 3aci6 AnibaypasuM®, KOHLEHTPAT ANA NPUrOTYBaHHS Po3uHy Ans idysin, 100 Ofl/mn, 3apeectposanuii 8 Yipaii. Pn. N2 UA/8093/01/01. Hakas MO3 Ykpaiku N2 1449 sig 03.08.2018. 3mikm sHecero Hakasom MO3 N2 2205 sig 31.10.2019.



HopManisyeascs ynpogoex nepworo poky ®3T i sanuwas-
CS Y MeXAaX HOPMM HA 4AC KNIHIYHOTO 06CTeXeHHS.

Pesynbrati obcTexeHHs OnOpHO-PYXOBOro anapaTy BKa-
3yI0Tb HO NPOrPECYBAHHS YPAXEHHS Cyrnobis 3 0BMexXeHHsIM
AianasoHy pyxie K y NPOKCUMANbHMX, TAK i B AMCTANBHUX
cyrnobax. Y nauieHTKM po3BUHYNMUCA KOHTPAKTYPH BCiX NQnb-
uie (aepopmauis y eurnagi kirrenogibHoi kucTi) i Taxke
obMeXeHHs aianasoHy pyxiB y BCix cyrnobax, 3okpema,
B NIKTbOBMX, KONIHHMX | HOAN' ATKOBO-FOMINKOBMX Cyrnobax
BigMiuanocs dikcosare 3rnHanHs 15, 20 i 15° signosigHo;
xpebet — npsmMuid. MavieHTka He MOXe NOBHICTIO NIBHATH
PYKM HQp, ronoBoto.

Mig Yyac opranbMonoriyHoro obCTeXEHHS BUABNEHO BU-
paxeHe Andy3He NOMYTHIHHS POriBKM, HasSBHE 3 BiKy BCTA-
HOBJNEHHS [iarHo3y; CTyniHb MOMYTHIHHS 3QNMLLABCA HE3MiH-
HuMm nicnsa 12 pokie Tepanii. Y Biui 11 pokie y nauieHTku
PO3BMHYNMUCA AANEKO3OPICTb TA ACTUIMATU3M, Wo byno
NOBHICTIO CKOPUFOBAHO 3d AOMOMOrOIO NiH3 (rocTpoTa 30py
10/10).

Yepes paHiwe HASBHUIM NEPCUCTYIOUUM PeLUAUBHUMA
CepeaHii OTMT NALEHTKA MAE Nerky ABOBIYHY KOHBYKTUBHY
npurayxyearicts, ska nepcucrysana y 16 pokis, wo 6yno
nigteepaxeHo wnaxom ABR ta aygiomertpii. He Bigmiuaiots-
Csl NOPYLUEHHS AUXAHHS a60o cHy.

Mig yac gocnigxeHHs cepus He Byno BMSBNEHO 3HAYHO-
ro NporpecyBaHHsi NOMiIPHOI HEAOCTATHOCTI MITPANbLHOrO
KNAnaHa 3 MNOTOBLLEHMMM CTYNKAMM KINAMNAHA, Npo Wo
noBigoMnsnocs padiwe, Nnponancy nepegHLoro Kpaio
i noToBweHHs nisoro nepeacepas nerkoro crynexs (Il knac
sa NYHA).

Mia yac peHtreHorpadii kictok ckenerta He 3agikcoBaHo
3MEHLIEHHS! BUPAXEHOCTI MOMIPHO TAXKOrO MHOXMHHOIO
AM30CTO3Y 3 O3HAKAMM HE3HAYHOrO MOTiPWEHHS 3MiH
3 6oKy rpyaHux xpebuis, ane sigMivanucs crabineHi pe-
3yNbTATH WOAO WHMHMX Xpebuis i kucten pyk (puc. 3).
O3HOKM MHOXMHHOTO AM30CTO3y BYNu y AiBYUMHKM BXe
y Biui 4,5 poky [3]. PesynbTatn ocreoneHcutomeTpii Hop-
ManbHi ans i Biky. Y 38’593Ky 3 nporpecyBaHHIM TPYAHOLLB
xoabbu y 16 pokis nauieHTui 6yno npoeegeHo binarepans-
HY eJIOHrauilo axinnoBoro CyXxoxMsKa.

Pe3ynbTati cnipomeTpii NpoAeMOHCTPYBANMU 3MiLLIAHUHA
BEHTMAALIMHMIA naTepH (DYHKLIOHANbHA XUTTEBA EMHICTb
nereHb — 66%, 06’ em popcosanoro suauxy 3a 1 ¢ — 70%,
nikoea wemakicts uauxy — 7 1%, makcumansHa 06’ emHa
WBMAKICTby5.75 — 7 9%). OuiHIoBAHHS KpUBOI «NOTIK — 06 €M»
A,QN10 3MOTY BUSBMTMU NATONOTIYHE CMNOLLEHHS KOHTYPY BM-
AMXY, Wo cBigunno npo eapiabenbHy obCcTpyKuUilo AuMxans-
HuX wnaxis. Pesynbtat MarHiTHo-pe3oHaHcHoi Tomorpadii
FONIOBHOrO MO3KY He BKO3YIOTb HO HASIBHICTb 3MiH 3 6OKy
6inoi pe4oBMHM, pe3ynbTaTH enekTpoHenporpadii ceigyats
Npo HAsBHICTb Nerkux o3Hak binatepanbHoi komnpecii
cepeAuHHOro Hepea.

3aranbHui piseHb ekckpeuii TAl i3 ceuelo 6ys He-
3HAYHO BULLMM 30 BEPXHIO MEXY HOPMM AN BiKy NALEHTKM

Puc. 3 Mauientka XK. y Biui 16 pokis. O3HaKM MHOXXMHHOTO AU30CTO3Y
Ha Tini xpe6uis rpyaHoro (A) i wuiinoro (B) Bipainie i kucrax pyk (B)

npoTsroM octaHHix é pokis. Enektpodopes F'Al y ceui gas
MoXnuBicTb BU3HAUMTH cniBeigHowenHs OC i XC 50/50, wo
Bxe cnocrepiranocs y siui 11 pokie [5]. [C, HasBHMi
no nposegerHs 3T, 3HuK yepes 5 Mmicauis.

PiseHb TAT y nnasmi kposi y Biui 5 pokie o npoeegeHHs
®3T craHoeue 18,2 Mmkr/mn (HopmanbHe 3HAuYEHHS
5,27£3,01 mkr/mn) 3i cnissigHowennam XC/AC 25/75
(HopmanbHe sHauenHs 100/0); yepes 6, 2 i 10 pokis P3T
pisHi TAl B nnasmi sanuMwanucs B Mexax BiKOBOi HOPMH,
nvwe 3i cnigosumn kinbkoctamu [C (cniesigHowenns XC/OC
cranosuno 98/2). Micnsa 12 pokis D3T pisHi umpkyniosans-
HUX QHTMTIN JO NAPOHIAA3M He Bynu BUSBNEH.

XpoHonorilo cnoctepexeHHs TA NPOSBM 30XBOPIOBAHHS
HOBEAEHO Ha puC. 4.

Bucnosku

Corni manientiB 3 MIIC-1 orpumyBanu @3T 3 yacy
CXBaJIeHHs JapoHina3u [6-8], ogHaK y OiNBIIOCTI 3 HUX
JIIKyBaHHS ITOYMHAJIN BXe 32 HASIBHOCTI 3HAYHOTO TSTaps
3axBoproBaHHs. Omy0IiKoBaHi JaHi JOBTOCTPOKOBOTO
CITOCTepPEeXXEeHHS BKa3yloTh Ha Te, 1mo xoua M3T 3maTHa
ICTOTHO 3MIiHUTHU NPUPOAHUI Tepedir 3aXBOpIOBAHHS,
il CMPOMOXHICTb iHBEPTYBAaTH OCHOBHI KJIiHiUHI TPOSIBU
obmexeHa [9-12]. OcraHHIM YacoM IIi pe3yabTaTu OyiIu
TakoxX migTBepaxeHi N.A. Al-Sannaa Ta cmiBaBT. [13]
y 4 marieHTiB, SKi TOYaIM OTPUMYBATH JTIKyBaHHS TIPOTSI -
roM Tepimoro poky Xutta. Crpasmi, @3T Moxe iHBepTy-
BaTHU JesIKi KJiHiYHI 03HAaKU, TaKi IK TOBIIMHA IIKipKu
Ta TeIaTOCIUICHOMETaJIisl, ajie 00 3BOPOTHOTO PO3BUT-
Ky BiIXWJIEHb [ialla30HY PYyXiB y Cyrino6ax MOXJIUBOCTI
nikyBaHHS ooMexXeHi. Kpim Toro, @3T € meHIT eheKTHUB-
HOIO IIOJO0 3MiHU iHIIKUX MPOSBiB (IiC/sl TOTO, SIK BOHU
BCTAHOBJICHI), TAKMX IK MHOXWHHUH TU30CTO3, TIATOJIOTisI
CeplIeBOTO KJIallaHa Ta IIOMYTHIHHS pOTiBKH [7; 9], sIKi €
pe3yAbTaTOM CKJIAOHOTO MAaTOTCHETHYHOTO KacKamy,
IO MIPU3BOINATH 1O HE3BOPOTHOTO YpaXKeHHS CIIOIYYIHOI
TKaHuHU [11].

IMTouatoxk ®3T mpu HagIBHOCTI 3HAYHOI apTpomarii
MOXXe 3yMOBUTH He3HAUHE MOJIIIICHHS dialla30Hy PYyXiB
y cyriobax mpotsaroMm 1-2 pokiB JiKyBaHHS 3 TTOAATb-
11010 cTabini3ali€eo 3aXBOpIOBaHHS a00 MOBiIBHIIIOW
IIBUAKICTIO fioro mporpecyBaHHs. Lli cmocTepexxeHHs
JAJT MOKJIMBICTB IIPUITYCTUTH, IO AyKe PaHHii T09aTOK
®3T, To0TO 10 BUHUKHEHHS 3HAYHUX YpaXXeHb CKeJIeTa,
MoOXe 3a0€3MeYrTH MOJIMILIEeHHS X HACHiAKiB Y T1OBro-
cTpokoBiil mepcmekTuBi. [lomiOHI AOKa3u HaBO-
ISTHCS BITHOCHO MOTCHIIHOTO BILUIMBY PaHHBOTO
mouatky ®3T Ha iHII KIIOYOBI KJIiHIYHI 03HAKHU, TaKi
SIK TIPOSIBY 3 OOKY cepIist, o(hTaIbMOJIOTIUHI Ta pecItipa-
TOPHI TIPOSIBU.

[MopiBHSUTRHI HaHi ciocTepexxeHHs micus 12 pokiB ®3T
Yy IMX YHiKaJbHUX pigfHUX OpaTa i cecTpu A03BOJISIIOTH
OTpUMATHU MEPEKOHINBI JOKA3M LIOJ0 iCTOTHUX BigMiH-
Hocreii y BrutuBi @3T Ha nauienTis 3 MIIC-1, konu Te-
palriio po3MOYMHAIOTh 10 BUHUKHEHHS 3HAYHHX ITIPOSIBiB
3axBopioBaHHs. CIIi 3a3HaYNTH, IO YpaxkKeHHS CKeJeTa,
CYIJIOOIB i cepIieBOTO KilallaHa IIPOIOBXKYBaJIU IIPOTPECY-
BaTU MpoTsAroM 11 pokiB Tepamii y cecTpu, y SIKOi JIiKy-
BaHHS OyJI0 pO3MOYaTO y 5 POKIB, TOAI K Y il MOJIOALIOTO
Opata, y KOTpOro Tepamnito 0yJo po3moyaTo y Billi 5 Mics-
11iB, BimMivaJu MiHiMaJbHi YpaxXeHHS CYIJI00iB i ceplis
0e3 03HaK IpOrpecyBaHHS ypaxXeHHs poriBKu. He3a-
JKaI0UM Ha BiICYTHICTH CHMIITOMIB ypaXXKeHHS CKeJeTa
y 6paTa, y IKOTO Tepalrito 0yJIo po3II09aTo B MOJIOIIIOMY
Billi, Yy HbOTO 3a(hiKCOBAHO O3HAKH YpaXXECHHS IPYIHHUX
XpeOlliB, a TaKOX KjalaHiB cepls y Billi 10 7 poKiB.
PesynabraTit 6i0XiMiYHUX TOCHIIXEHb, 11O MTPOBOAUIUCS
y Opata i cecTpu, cBiZyaTh Mpo Te, 110 HA GBI Mi3HBO-
My eTarli B IUTUHCTBI CIIOCTepiraaucs momipHe 30iJib-
1IeHHs 3araibHuX piBHIB Al y cedi i OUIbII BUpaXxeHe —
HOC. Kpim Toro, 3aranbHuii piBeHb IAl' y mmasmi KpoBi
O0yB HOpMaJIbHUH, JTUIIE 3i climoBUMU KiabkocTsamu 1 C.
Hi B ceui, Hi B ma3Mi KpoBi He BusiBieHo I'C mo mogaTky
®3T. Hemomasao De Ru Ta cmiBaBT. [14] i Langereis
Ta cmiBaBT. [15] moBimomursu, mo HasgBHicTh JC i I'C
MoOXe OyTHu 1oB’s13aHa 3 103010 npemapartis st @3T abo
CTaTyCOM aHTUTLN y mauieHTiB. Ha migcraBi nux gaHux,
a TaKOX pe3yJIbTaTiB KJiHIiYHUX i 010XiMiYHUX JOCTITKEHb
HalllMX MALli€HTiB MU MPUNYCTUIU, 1O KiJbKiCTh dep-
MEHTY MOXe OyTH OIHI€I0 3 IIPWMYMH HEIOCTATHROI Ierpa-
npauii TAIL TakuM unHOM, TTOSIBA KJIiHIYHUX O3HAK HaBIiTh
micjs moyaTKy Teparlii Ha paHHbOMY €Tali O3HayaTH-
Me€, 110 CJIi PO3MISSHYTU MOXJIUBICTh a00 30iabIIEHHS
nmo3u O3T, abo 3acTocyBaHHS TOTATKOBUX al’ TOBAHTHUX
TepaneBTUYHUX 3aco0iB. JlocmimkeHHa Ha Moaensax MITC

NEJIATPIA

KNIHIYHAA BUNAZOK

Diarxoctuka ta ®3T
Bpar (5 micauis) Cecrpa (5 pokis)
BincyHicts kniHi4HMX | > 2003 < * [PY6i pricut 0bnmyus neroro
03HOK ‘ CTYNeHs BUPAXEHOCTI
* TyropyxoMicTb cyrnobis
* Toecra wkipa
* [ToMyTHiHHs porieku
* [enarocnneHomeranis
* YpaxeHHs cepus
* [lekinbka 03HaK MHOXMHHOTO
BM30CTO3Y
* BigcyTHictb
renarocnnexomeranii

MoMyTHiHHa poriekn  —> 2004
NErKoro CTyneHs

BincyTHictb KniHivHmMx

O3HOK, 30 BUHATKOM —> 2008 <—

NOMYTHIHHS POTiBKM
6e3 3MiH

* Mepcucrytoni rpy6i pucu
06114us Nerkoro cryneHs
BUPAXEHOCTi

* Tyropyxomictb cyrnobis

* [lomipHe noninwekHs

* Bincyrhicte
Ypaxenrs cepus > 2010 renarocnnieHomeranii
NIETKOrO CTyneHs * MeHuunit crynib noTosLueHHs
WKipy
¢ Crabinizauis noMyTHiHHS
POriBKM, YPAXEHHS CEpLS,
MHOXMHHMM AM30CTO3
MinimanbHuit
- —> 2013
MHOXMHHUH AM30CTO3 ‘
Tyropyxomice ~ —> 2014
cyrnobis ‘
NErKkoro cryneHs . .
= 2015 <— XKopHux icToTHUX 3MiH

KNIHIYHMX O3HAK

Puc. 4. XpoHonoris cnocrepe)XeHHs Ta KAiHIYHI NPOSBY Y NALEHTIB

y TBapMH CBig4aTh MPO T€, 1110 paHHi 3MiHM MO3aKJIiTUH-
HOTO MaTPUKCY Ta 3amajbHi MeXaHi3MM, KMOBIpHO, Bifi-
rpaloThb NEBHY POJIb Y IPOrpeCyBaHHI ypaXkeHHS cKelieTa
i cnony4yHoi TkaHuHu [16; 17]. TakuM 4yuHOM, MOXe 3Ha-
IIOOMTHCS TOJABaHHS aj FOBAHTHOI Tepaltii, CipsIMOBaHOI1
Ha i MeTaboiuHi HUIsIXU, a00 Teparlii, OpiEHTOBaHOI1
Ha 3HMXEHHS cyOcTparty, Misl 3a0e3MeUYeHHsT Kpalloro
pe3yJbTaTy AJisl Mali€eHTIB.

Ieit kniHiYHMIT BUTTaJOK MOKA3Y€E, 110 paHHil MOYaToOK
Teparii iCTOTHO 3MiHIOE MPUPOAHUI Mepedir ocnabaeHol
dopmu MIIC-1, a TaKoX IeMOHCTPYE BaXXJIUBICTD i TO-
TeHUiAHWI BIJIMB, IKi HEOHATAIbHUI CKPUHIHT i paHHIi
ITOYATOK Tepallii MOXYTb MaTH IIPX HAIBHOCTI IIBOTO TIPO-
TPeCcydoro 3aXBOPIOBAaHHA.

CnMcok niTepatypy 3HOXOAUTLCS B PeaaKLii.
CraTTs APYKYETbCS Y CKOPOUEHHI.
Gabrielli et al. BMC Medical Genetics. 2016; 17: 19.
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HauioHaAbHWIT MEANYHMI YHIBEPCUTET
imeHi O.0. boromoabug MO3 Ykpainu
HaykoBo-npakTrnyHa KoH(epeHLis

3 M>)KHAapPOAHOIO YYacTio

26 6epesHs 2020 p., M. Kunis

Jo y4acTi y poOoTi KOH(pepeHIIil 3ampoLIyIOThCS: 1 -
TsI4i iH(EKLIOHICTH, TIeiaTpu, JiKapi-iHeKiioHicTu,
JliKapi 3arajbHoOi MPakKTUKM/CiIMEMHOI MEIUIIMHMU,
3aBilyBaui Ta crielialicT HayKOBO-A0CTiIHUX Jabopa-
TOpili, Jlikapi CTaHIii/BiAdiIeHHS IIBUAKOI Ta HEBif-
KJIaJHOI MEAUYHOI JOTIOMOTHU, TepaIrieBTU

Kyparop

Kpamapbos Cepriii OniekcanapoBuy — 1. Mel. H.,
npodecop, 3aBigyBauy Kadeapu AUTAYNX iHPEKIiii-
HUX XBopo6 HalioHaabHOro MeAMYHOTO YHiBEpCUTETY
iMeHi O. O. boroMosnbliis



Y 3ANIAO3PUTE BU PIAKICHE

3AXBOPIOBAHHS Y CBOIO NALIIEHTA?

CNAAKOBE NOPYLUEHHSY HAKOMUYEHHS TAIKO3AMIHOTAIKAHIB
(FTAD), LLIO NPU3BOAUTb AO NMPOIPECYKOUYUX YCKAAAHEHb
3 BOKY CYIAOBIB i CEPLEBO-CYAUHHOI CUCTEMU

CUMIMTOMMU AETKOTI ®OPMU MINC | Y AITEN*

3aTPUMKA POCTY, MOMYTHIHHSI
POTIBKM, XPOHIiYHI iHpeKLji
AVXOABHKIX LLASIXIB, MOPYLUEHHS
CHY

TyropyxAmsiCTb CYrao6Gis

Binb y cyrnob6ax

PeuunauBytoui rpmxi /
KirrenoaiGHi K1CTi, j
KOHTPOKTYPA NAAbLLB s r.” ;

Y BUTASIAI CITyCKOBOTO Fa4Ka /]
CUHAPOM 3aM’ICTHOTrO KAOHOAY _

TAKKA POPMA 3AXBOPIOBAHHS Y HEMOBAGT:

Kipo3/AncCnAasis CKeAeTy
FapouedaAis

IKOTHITVBHI MOPYLLEHHST

*BiACYTHICTb OAHOTO i3 HOBEAEHWX CUMMTOMIB HE BUKAKOYAE MMOBIPHICTb 30XBOPIOBAHHS

0 BCTAHOBUTU AIATHO3 MINC | AONOMOXE
AHAAI3 3A METOAOM CYXOI NAIMW KPOBI (DBS):

> LUBMAKO > Aerko > be3KOoLTOBHO AAS NMALIEHTA
i g0 CLLD LTI 0 3 NMUTAHb AIATHOCTUKU
9 o (T 3BEPHITECS AO:**
O A SlpocAaB 3aropym
00 e | +38 (050) 358-42-14

._;

Irop Harpebeupknn
+38 (050) 382-37-84

**BapTicTb A3BIHKA 3riAHO 30 TOPUPAMU
Bawworo oneparopa 38°q3ky
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2. Cimaz R, Coppa GV, Kone-Paut |, et al. Joint contractures in the absence of inflammation may indicate mucopolysaccharidosis. Pediatr Rneumatol Online J. 2009;7:18.

BiAAQHICTb MPOBAEMI MALLEHTIB 3 MYKOMOAICOXAPUAO3OM | TMMYy

Mpotarom 30 pokie Sanofi Genzyme po3B1BAE TA 3a6e3Mneyye NPOrPAMUY TA MOCAYTU AASI MALIEHTIB, SIKi CTROMKAQIOTE HO PIAKICHI AEreHepPaTVBHI 30XBOPIOBOHHSI.
AKUEHTYIOUM YBATY HO PIAKICHUX 30XBOPIOBAHHSIX TA PO3CISIHOMY CKAEPO3i, MU MPUCBSITUAM Ce6e MOKPALLEHHIO XXMTTSI MALIEHTIB TA iXHIX CiMEN.

MaTepiaA MPU3HAYEHUIN AAST POXIBLLB Y FAAY3i OXOPOHM 3A0POB S

TOB "CaHodi-AseHTic YKkpaiHa”. Aapeca: ByA. XKnasHCbKa, 48-50A, m. Knis 01033
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