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HEBPOJOrIA

MPAKTUKA

Maiicmep-knac gna nikaps 3 giaznocmysanng Xeopofu Nomne:
anania Kninivux Bunagxie

Xeopo6a NMomne (cMHOHIMU: reHepanisoBaHum rnikoreHos, rnikoreHos Il Tuny) — pigkicHe
HEepBOBO-M'sI30Be 30XBOPIOBAHHS i3 NporpefieHTHUM nepeb6irom, 3yMmoBneHe HapIULLKOBUM
HOKOMUYEHHSIM rfiKOoreHy sisocomamm BHacnigok myrtauii reHa GAA i BTpatym akTMBHOCTI pepmeHTy
kucnoi a-rnoxko3upaasu. MowmpeHictb Liei naronorii craHoBuTb Yy cepeaHbomy 1 : 40 Tuc. ocié
(Miuxyp H.O. Ta cnisaer., 2017). 3a agaHumu JepiKaBHOI Cy>X6m cTaTMCTUKM, HaceneHHs YKpaiHm
Y 2019 p. HapaxoByBaso 65aM3bko 42 mnH. TUKUM YMHOM, Y KpaiHi Mae 6yTn npubnusHo

1050 nauieHTiB i3 rnikoreHosom Il Tuny. Ane craHom Ha 2017 p. 6yno BusiBneHo nuue 5 xsopux
(Miukyp H.O. Ta cnieaer., 2017). To)x HeaOCTATHS iIHPOPMOBAHICTb HACEJSIEHHS TA MEAUYHOIO
NnepcoHAsny € rocTpolo NPo6semolo B YMOBAX AOCTYNHOro 6narogiiHoro 3a6esneuyeHHs
AIGrHoCTUKM Ta NiKyBaHHsA xBopo6u Momne. JeTanbHuii onuc KAiHIYHUX BUNAaaKiB XBOpo6u
Momne 3 meTol0 NpocBiTHULTBA 6yno npeacrasneHo B mexax Il HauioHanbHOro KoHrpecy
«AKTyanbHi NUTAHHS NepUHATANILHOT HEeBponorii», Wo Biaéynaca 17-19 xoetHa 2019 p. y Kuesi.

Kninivnuii Bunagok cimeiino2o sapianma

Memaboniykoi Mionamii

JAuTsauunii Jikap-HEBPOJIOT BUILOL
KaTeropii, cniBpoOiTHULIST YKpaiH-
CbKOT0 HAayKOBO-IOCJiAHOTO iH-
CTUTYTY MeIMYHOI peabimiTaii
Ta KypopTtosorii MO3 VYkpainu
(M. Opeca), K. Mea. H. Banentuna
CrenaniBua BycoBa nipencrasuia
HiKaBU KJIiHIYHUN BUIIAAOK Ci-
MeltHOTO BapiaHTa MeTaboaiuHO1
mionarii.

3a cioBaMu Jikaps, naiuieHTka A., 9 poKiB, CKap>Xu-
Jlacs Ha YTPYAHEHHS 3 BUKOHAHHSM IIPUCiTaHb Ta XOIb-
6u mo cxoxax. JlutTuHa Bix 1-i BariTHOCTi 3 HOpMaJib-
HUM TepediroMm, mojorn Ha 38-My TUXKHIi, TpUBAJIiCTh
noJjoriB — 12 rox, 6e3BoaHuii nepiox — 4,5 rox (Boau
cBiTxi), Maca mpu HapomxkeHHi — 3400 r, 3picT — 52 cM,
OlliHKa 3a 1Kanow Anrap — 8/8 6aniB. I3 HapoaKeHHs
BUHMKAJIH €ITi30I1 HECITOKOIO, CHIija IIPY BUCAIKYBaH-
Hi 3 6 mic., y 8,5 mic. camocTiitHo He cigana, y 10 mic.
cTosijia Oijit OMOpPHU, ajie Big3HAYaIUCS TPYIHOILI 3i BCTa-
BaHHSM 3 TOJIOKEHHST HaBIMOYiNKu, minuia 3 12 mic.,
0 2 pOKiB OAaThbKM Bil3HAYalu TPYIHOILII 3 MpUCiAaH-
HSIM, ITicJs 3 poKiB — 3 X0Ib00I0 MO ¢X0aaxX, BTiM Xoab0a
Ha JajieKy BicTaHb Oyjia MOXIUBOIO.

I1pu nepuromy orisiai HeBposora 0yjao BUSIBIEHO
HACTYITHi 03HaKW:

e 30epeXeHHS iHTEJIEKTY,

e 3HIKEHHS TJIOTKOBOTO peduieKcy, IOMipHY CJ1a0KicTh
MIMIYHOI MYCKYJIaTypHu (CUMIITOM «Biii»), DiOpUIISIIiiO
M’SI31B SI3UKa;

e M’s130Bi aTpodii mepeBakHO y TPOKCUMaTIbHUX Bifl-
niax;

e CJIAOKICTh M’SI3iB TyJlyOa: KpUJIOIOAiOHI JToNaTKu,
rinepJiopo3 3i 30epexkeHo PyHKIIE MiXpedepHUX
M’s13iB (IiBYMHKA rpa€ Ha hJeiTi);

e BiJICYTHICTh CUMIITOMY «SIMKW»;

e 3HIDKCHHS CHJIM B M’sI3aX TUIEUOBOTO TT0sICY (4 6anm),
y mpokcuMaibHOMYy (3 6ajiu) Ta AUCTaAAbHOMY Biadisi
(2 6anm) HICKHIX KiHIIIBOK;

e TIOPYILIECHHS XOIU:

— «KauyMHa XO0Ja»;

— «cTemnax» (MmepoHeaabHa, a00 «IiBHSIYa», XoAa — I0-

PYIIEHHS, 3yMOBJIEHE BiJBUCIIOIO CTOIIOI0), OLIBIIOIO

Mipolo 371iBa;

— YTpYIHEHHS miaHiMaHHs cxogaMmu (yropy 1o 10 cxo-

JIMHOK, X0JIa BHM3 3HAYHO YCKJIaIHEHa);

— TPYIHOIIIi 3 X0Ab0O0I0 HABUIMMWHBKY, Tipliie 37iBa,

HEMOXJIUBICTh XOAbOU Ha IT’SITax;

— YTPYAHEHHS 3 MiACTPUOYBAHHSIM;

— cumrntoM [oBepca (03HaKa M’SI30BOi CITaOKOCTI —

1100 MiAHSITUCS 3 MOJOXEHHS CUASIYU HABMOYIlKH,

NauieHT NoTpedye crieplny MOCTaBUTU PYKM Ha ITij-

JIOTY Ta MOCTYIOBO MiABECTUCS, CITMPAIOYUCh PYKaMU

Ha KoJIiHa i cTerHa);

— BiACYTHIiCTb 3HA4YHOI (Pi3MUYHOI BTOMIIOBAHOCTI

(MOXXJIMBa X01b0a Ha JaJieKy BiICTaHb).

e 3HMXCEHHS TTTMOOKUX pedeKCiB i3 pyK, BiICYTHICTh
KapriopaaiaJbHUX, KOJiHHUX, aXiJIOBUX pedJIeKCiB;

e 3HMXXEHHS BiOpaliiiHOI YyTJMBOCTI B HOTax 10
11 ¢ (I cTynmiHb 3HMXKEHHS, 1110 CBIAYUTD MPO 3aTy4YeHHS
TOBCTHUX YYTJIMBUX BOJIOKOH).

TakuMm yMHOM, aHaMHe3 Ta KJiHiuHa KapTUHA BKa3y-
BaJIi Ha ypaxkeHHs nepudeprnaHoro HeiipoHa abo 6e3-
nocepeaHbo M’s3iB. AudepeHiliHi AiarHo3u, s1Ki 6pana
1o yBaru B.C. BycoBa, ripeacTaBieHO B TaOIUIII.

I3 MeTo10 yTOUHEHHS JiarHO3y OYyJ10 TPOBEAEHO:

1. bioximiuHe mocCiIXXeHHs KPOBi: aKTUBHICTh Kpea-
tuHbochokinazu (KPK) — 1357 MKMOJIb/XBXJI, aKTUB-
HicTh acmaptatamiHoTpaHcdepasu (ACT) — 298 mxmonb/
XBXJI, aKTUBHICTh ajlaHiHamiHoTpaHchepasu (AJIT) —
246 MKMOJTb/XBXJI (O3HAKHU MiOJTi3y).

2. EnexTpomiorpadist: maHi Ha KOPUCTb i1ioMaTUYHOTO
MiIOMAaTUYHOTO CUHIPOMY — 3HMXKEHHS aMIUTITY AU OTeHILi-
aJIiB pyXOBUX OMMHMUIIG i3 moJticasiero. [TomipHO BUupaxkeHi

HeBpaJIbHI PO3JIaIH, IO He TIePEBUIIYIOTh CTYIIiHb M SI30-
BOT'0 po3Jiany (MepBUHHO-M SI30BUI TUIT yPasKEeHHS).

Y KOHTEKCTi JaHOTO KJIiIHIYHOTO BUNIAAKY YBAary JliKapsi
npuBepHyia xBopoba [Tomrie, B OCHOBI ITaToreHe3y sIKO1
JIEXKUTh MYTAIIisl TeHa KUCIIOI O--TITIOKO3UIa3H, IO TIPU3-
BOAUTH 10 AediluTy JaHOTO (pepMEeHTY, BHYTPillIHHO-
KJIITUHHOTO HaKOMWYCHHS TJIIKOTEeHY, MaTOJOTiYHUX
3MiH M’SI30BUX BOJIOKOH, KJIiHIYHUX TPOSIBiB, BTpaTU
3IaTHOCTI IO TIepeCcyBaHHs Ta JUXaHHS i, HACAMKiHEIb,
no paHHboi cMepTi (Hirschhom, 2001; Nadine et al.,
2012). ¥ 92% niteii i3 xBopoboto [Tomre y Bili 10 4 Mic.
PO3BUBAKOTHCS KapaioMerais Ta ceplieBa HeJOCTaTHICTh
(Kishnani et al., 2006). Tomy 1ogaTKoOBO OyJIO IIPOBE-
IIeHO: exoKapaiorpadiro (3HMKEHHS MOKa3HUKA MiT-
palbHO-CeNTallbHOI cemnapallii), elekTpokapaiorpadiro
(rimeptpodist miBoro nuryHouKa I cTymeHs, immemis mepe-
TUHKM) Ta YJIBTPa3ByKOBE 0OCTEXKEHHS OpTraHiB YepeBHOI
IMOPOXHUHU (03HAKM TUCITAHKPEaTU3MYy).

MdepmeHTHY niarHOCTUKY xBopobu IToMrie mpoBo-
na1h y tadboparopisix ARCHIMED Life Science GmbH
Laboratories (ABcTpist) a6o LleHTpy opdaHHUX 3aXBO-
pioBaHb HanioHanbHOI AuTSAYO0I crneuiajizoBaHoOl Ji-
kapHi «OxMmataut» MO3 Ykpainu (M. KuiB). 3a ymoBu
MO3UTUBHOTO Pe3yabTaTy (hepMEHTHOTO aHajli3y 3pa3okK
BiAMpaBIISIIOTH AJ1sl MOJEKYJISIPHO-T€HETUUHOI AiarHoC-
TUKU B aBCTPiliCbKY JabopaTopilo.

Takum yrHOM, OYJIO MPOBEACHO:

e BU3HAYEHHS (PepMEHTHOI aKTUBHOCTI O~ | ,4-TJTI0KO-
3UAa3M B CyXuX IigMax Kposi (DBS) 3aBmsgku minrpumiti
TOB «CaHodi-ABeHTic YKkpaiHa» — MOKa3HUK CTAHOBUB
0,2 MKMOJIB/TOnXJ (HOpMabHi 3HaYeHHS [N] >2,0);

e I'eHETUYHUI aHaJi3: ABi reTepo3uroTHi MyTalii
c.[1129G>A], [2237G>A] (p.[|Gly377Ser], [Trp746Ser]).

VY Lentpi opdpanHux 3axsBopioBaHb HACJI «Oxmar-
muT»> MO3 YkpaiHu naiieHTKY KOHCYJIbTyBaja 3aBiny-
Bauka LlenTpy, k. Men. H. Haranist OnekcanapiBua ITiu-
Kyp. Ilicas nomatkoBux 006CTeXeHb 0yJ10 BCTAHOBIEHO
JiarHO3: CIaJKOBE MOPYIIeHHSI 0OMiHY peYOBUH i3 Tpy-
MU NaTOJOTiii HAaKOMUYEHHS TJIIKOTeHY — TJIiIKOTeHO3
II Tumy (xBopoOa ITomre).

3 orasily Ha aBTOCOMHO-PEIMCUBHUI XapakTep
yCcIaJKyBaHHSI TaHOTO 3aXBOPIOBaHHS, IIpOBeIeHe 00-
CTEeXEHHS YWICHIB POOVHH:

1. MamienT H., 10 Mic., cuGiHT:

e CUIWTH MPU BUCAXYBaHHI 3 8 Mic., ITOYaB MOB3aTU
micag 9,5 mic., caMocTiliHO cigae 3 9,5 mic., BcTae Ginsg
omnopu 3 10 mic.;

e TIOMipHa M’5130Ba TiMOTOHis, MepiocTaabHi pediek-
CH, CHUJIa B HOTaX 30epesKeHi;

3akiH4eHHs Ha HACT. crop.\

Tabnvus. AudepeHuiitHi giarHosu, B3aTi A0 yBaru npm AiarHocTyBaHHi xeopo6u Momne

3anyyeHHs NNe4oBOro Noscy, NepeBaxaHHs MPOKCUMATbHUX

atpodiit M'a3iB KiHuiBOK, 36epexeHHs 60nbOBOI, TeMNepaTypHoi

TQ NPONpIOLENTMBHOI Yy TAMBOCTI Y CTONAX, BiACYTHiCTb AedopmaLii cton,
HOPMQIbHWH NOKA3HWK AKTMBHOCTI KPEATUHKIHA3M, 3HUXKEHU LWBUAKICTD
NpoBeAeHHs IMMYNbCy B HEPBAX

MoxXnuBui noyaTok y paHHboMy Biui (nepios HOBOHAPOAXEHOCT,
rPyAHMH Bik), HOSBHICTb KCTENAXY», NOPYLIEHHS Y4y TAUBOCTI y cTONi
(30kpema, BiBpauiiHoi), BigCyTHICTb axinoBux pednekcis, IMOBIpHI
QBTOCOMHO-peLecuBHi popmu Ta MyTauii de novo

Mporpecytoye ypaxeHHs
nepudepryHuX HepBIB

i3 nebloToM y paHHbOMy Biui
TQ BTOPUHHUMM aMiOTPOdisMu

CnapakoBi MOTOPHO-CEHCOPHI
Hesponarii (xeopobu LLlapko — Mapi,
Dexepuna — Cotra)'

BigcyTHicTb ckeneTHux nedopMaLii, KOHTPAKTYp, pUrigHOCTI XpebTa
(Mionartis MHOXMHHMX MiHi-CTPMXHIB, BDOAXEHA AUCMPONOPLS THNIB
M30BMX BONOKOH), NTO3y (HemManiHoBa, MioTyBynapHa Mionaris),
nopy1weHb AMXaHHs (HeManiHoBa mionaris)

Moxnueuit pebioT y byab-sKoMy Bili, 3any4eHHs pisHUX rpyn
M's13iB, NOBiNbHE NPOrpPecyBaHHS, BIACY THICTb NOPYLIEHb Yy TAMBOCTI,
HOPMabHMM NOKA3HWUK OKTUBHOCTI KPEATUHKIHA3M, HOPMAbHA
WBMAKICTb NPOBEAEHHS IMMYNbCY B HEPBAX

BpopxeHi ctpykTypHi Mionarii:
XBOPO6A LEHTPANBHOTO CTPUXKHS,
HeManiHoBa MionarTis, BPOAXeEHA
A1cnponopuis TMNiB BONOKOH?

PanHii gebloT 3aXBOPIOBAHHS, NEPEBAXAHHS M'330B0i cnabkocTi

B MPOKCUMANbHMX BIAAINAX, MOX/IMBE 3QNYYEHHS IULLOBOI
MyCKynaTypH, NoBiNbHE NPOrPeCyBAHHS, ABTOCOMHO-PELECUBHUI THN
YCNAAKYBOHHS

BigcyTHictb ckeneTHux gedopmauii, purigHocti xpebra,
POHHIX KOHTPAKTYP, 3HUXKEHHS IHTENEKTY, CYAO0M

lMepBuHHO-M'530BMH
piBeHb ypaxeHHs (Mionarii
3 gereHepadieio M's3is)

BpopxeHi M'a308i puctpodii’

[ebioT y paHHbOMY BMTUHCTBI, NPOKCMMAnbHI aTpodii nnevosoro
 TA30BOrO NOSICYy 3 NEPEBAXAHHAM cnabKocTi M'a3iB OCTAHHBOTO,
MEHLUE 3ay4YeHHs 0CbOBOi MyCKYNATYPH, BIACY THICTb 3HUXKEHHS
iHTeNeKTY, ABTOCOMHO-PEeLEeCHBHMM TMN YCNAAKYBAHHS, NOBiNbHE
nporpecyBaHHs

Mporpecytoyi mioguctpodii:
KiHLiBKOBO-MOSICHA Nporpecyioya
Mmioguctpodis, Tun JlenpeHa —
Mebiyca

BiacyTHicTb HeMpoceHcopHOI TyroByxocTi, ncesaorineptpodin,
noMipHe NiABULLEHHS OKTUBHOCTI KPEATUHKIHA3M, enekTpoMiorpadiUHi
3MiHM 30 MIONATUYHMM TUMOM

ABTOCOMHO-pELEeCMBHUI TUMN YCNAAKYBAHHS (HEOBTSKEHMIM CIMeMHMM
GHOMHE3), NOBiNbHE NPOrpPecyBAHHS, BIACYTHICTb KOHTPAKTYP,
NPOBIAHUIA CUMNTOM — MOPYLLUEHHS XOAM i3 3ANYYEHHSIM Pi3HUX rpyn
M'3iB, NPOKCUMAnbHA cnabKicTb, BIACY THICTb NOPYLUEHHS IHTENEKTY

BigcyTHictb cnabkocTi auxansHUX M'A3iB, MOXIMBUI HEBPANbHMIMA
KOMMOHEHT YPQXEHHs AUCTANbHUX BiAAINIB HUXHIX KIHLIBOK, 3 ACUMETpIEID

O6MmiHHi MionaTii
(xBOpobM HaKonHueHHs)

Hediumt kucnoi manstasy,
xsopoba Momne*

Mpumitku: ' Parsons T.C. et al., 2019; 2 Dowling J.J. et al., 2015; 3 Bertini E. et al., 2011; * ACMG Work Group on Management of Pompe Disease, 2006.

3n0pQB A YKpaiHu



HEBPOJIOrl'IA

MPAKTUKA

Mouyatok Ha nonepegHin crop.\

o akTtuBHicTh KDOK — 1642,1 MKMOJIb/XBXJI, JJAKTa-
taerigporeHasu (JIAT) — 962 mxkmonb/xBxa, AJT —
234 mxmonb/xBxs1, ACT — 492 MKMOJIb/XBXJI;

e TIicys mpoBeaeHHs nociaimkeHHs DBS piBeHb ak-
TUBHOCTI o-1,4-rnroko3uma3n — 0,0 MKMOJIb/TOMXXII
(N>2,0);

e F'eHETUYHUIN aHaJli3: OBi TeTepO3UIOTHI MyTalil
c.[1129G>A], [2237G>A] (p.[Gly377Ser], [Trp746Ser]),
110 MiATBEPAXYE HasgBHICTh XBopoou ITomre.

2. batbko:

e IIiCJIST TIPOBEACHHS mocaimkeHHss DBS piBeHb ak-
TUBHOCTI o-1,4-ra0Kko3unasu — 1,2 MKMOJIb/TOMXJI
(N>2,0);

e I'eHETMYHUI aHaJli3: IBi reTepo3UroTHi MyTalii
c.[1129G>A], [?] (p.[Gly377Ser], [?]), onHa 3 IKUX
onucaHa npu xBopo6bi [Tomme Ta moscHIOE 3HUXKEHHS
aKTUBHOCTI J1i30COMaIbHOTO (pEpMEHTY B KPOBIi, IpOTe
BUSIBJIEHHSI OJHI€T MyTallil HEJOCTaTHBHO sl MOCTa-
HOBKM J1iarHO3Yy.

3. Matu: micnsg nmpoBeaeHHs nocimkeHHss DBS piBeHb
aKTMBHOCTI 0.~ 1,4-T110K0311a3u — 3,6 MKMOJIb/TOIXT
(N>2,0).

TakuMm yMHOM, He3BaXkal4yu Ha HU3LKY iHpopMO-
BaHICTbh JiKapiB, MOXJIMBICTh BUSIBJICHHS IMAalli€HTIB
i3 xBopobot Ilomne € peanbHOIO Ta TOCTYIHOIO 3aB-
ISIKU AepKaBHil mporpami aiarHoctuku B LleHTpi op-
dannux 3axsoproBanb HICJI «Oxmaraur» MO3 Ykpai-
Hu Ta niaTpumui TOB «CaHodi-ABeHTic YKpaiHa».
PanHe BUSIBJIEHHS XBOPUX € BUPIlIaJbHUM (PAaKTOPOM
JUJIS YCOIIIHOCTI crielu@iuHoi 3aMicHO1 Tepamnii dep-
MEHTaMH, 1110 3a0e3IeUy€eEThCsl KOMMaHi€ew Ha 0jaro-
MiIMHUX OCHOBAX.

Moxnugocmi onmumisauii mepanii nauienmis
i3 XBI][II]ﬁI]Hl Mlomne Ha ocHoBi ElHiIlIiﬂ!] KNiniYHo20 BuUnagKy
3aBigyBauka BildiJIeHHsI HEBPOJIOTii
MOJIOAIIOTO BiKy JIHIMPOBCHKOI M-
TA401 KJiHiYHOI JikapHi No 5,
K. men. H. Ipuna BacuniBaa Make-
JIOHCbKA TIpeJICTaBUjIa CyJacHi pe-
aJIbHi MOXJIMBOCTi TOTIOMOTHY Ma-
nieHTam i3 xBopo6oio Ilomre.
IMommpeHicTp 1i€l maToJjorii Ba-
PIIO€ 3aJIe>KHO BiJl €THIYHOI MpUHA-
. JIEXKHOCTI Ta reorpadiyHoro po3ra-
mryBaHH. [1IBuaKo mporpecytoda (popma 3 iHPaHTUILHUM
MOYaTKOM 3YyCTpiyaeThbcs 3 yacTororo 1 : 138 Tuc. y kaB-
Ka3bKMX TTonyJsuigx, 1 : 50 Tuc. cepen KMTaiichbkoro Ha-
ceneHHs Ta 1 : 14 Trc. — ocib adpuKaHCHKOTO MOXOMKEH-
H. [TommupeHicth XxBopoou [Tommne € TaKoX BHUCOKOIO
B apaOCBKiil TTOITYJISIIIii.

Hespaxxaouu Ha He3HAUHY MOLIUPEHICTD L€ XBOPOOU
HakonuuyeHHs, [.B. MakenoHcbka HaBea JaHi po KJli-
HiYHUI BUIAJ0K i3 BJaCHOI MPaKTUKU.

Hwtuna I1., 11 pokis, niarHo3: raikoreHo3 11 Turmy (xBo-
po6a ITomne), aturnosa popma.

Ilepunamanvruil anamue3: NiBYMHKA Bim 2-i BariT-
HOCTi, Mmeplla BariTHiCTb 3aKiHYWIaCs TMOJOTaMH,
cTaplilia IMTUHA 310poBa. JIpyra BariTHicTh nepebdiraia
Ha TJIi 3arpo3u MepepuBaHHs BariTHocTi y 1-il mojo-
BUHI, TOCTPOI pecIipaTopHoi iHdeKIIil, recTaliiiHol
a”eMii. [Tomoru Ha 40-My TUXHi, criocTepiranaucs ciabd-
KiCTh MOJIOTOBOI AisSIIBHOCTI, TIepeayacHe BiIXOmKeH-
HSI HAaBKOJIOILIIIHUX BOJ 3eJIeHOro 3abapBieHHs. byio
IIpOBeIeHO YPTEHTHUH KecapiB pO3THH. Maca TUTUHHI
npu HapomxeHi — 3550 1, noBxXXuHa — 54 ¢M, 3a IIKaJ00
Arnrap — 6/8 GaniB. Y 3B’s13Ky 3 acikciero nmpoBoau-
JIM iHTyOAalito, KucHeTepanito. o rpyaeii npukiaaeHa
Ha 3-Tio 100y. byna BUKOHaHa BaKIMHAallisl IPOTU TY-
O0epkynbo3y. Bunucana Ha 8-My 100y.

Anamne3s 3ax60pr06anta: 3aTPUMKY PO3BUTKY MaTH I10-
yaJjia rmomivartu micist 6-7-MicssaHoro Biky. [1puGausHo
B | pik AMTUHA HABUMJIACs CUAITH, y 13 Mic. Moria cTo-
aTU Oiig oropu, y 15 Mic. moyajia XOOUTHU 3 MiATPUM-
KOI0, TiCJs1 2 pOKiB XOAWJIa CaMOCTiliHO, OAHAK IIIBUIKO
BTOMJTIOBAJIacs, CIIOTUKanacs, rmamgana. [Touama po3MoB-
JISITU B 3 poKM Ta 2 Mic., ¢pazoBa MoBa copMyBajach
vy 4,5 pokiB. Y 5 pokiB CJIOBHUKOBMIA Habip BigMoBigaB
BiKy, OTHaK MOBa 0OyJia HE3pO3yMiJIOl0 Y 3B’S13KY 3i cj1a0-
KiCTIO M’SI3iB apTUKYJISIPHOTO aIltapaTry, MaKpoOTJIOCi€lo.

B 11 mic. mpu ornsiai HeBpoJiora 0yJ10 BCTAHOBJIEHO:
MiOMAaTUYHUNA CUHIPOM YHACTIZOK IEPHUHATATBHOTO

ypaxeHHs LHHC, 3aTpumMaHHSI MOTOPHOI'O PO3BUTKY.
ITpusHaueHO aHTUXOMiHECTEPa3Hi Ta BiTAMiHHI Ipena-
paTH, Macax Ta JiKyBaJabHY (Di3KYJIBTYpY.

VY rpyani 2011 p. (3 poku) Oyi0 1iarHOCTOBAaHO MHO-
XWHHI pabgoMioMu MiTpajibHOro KiaamnaHa. OTiisiHyTa
KapaioxipypromM: padbIoMioMu NaniIIpHUX M’ S13iB MiT-
pajbHOTO KJlarlaHa 0e3 reMOoJMHaMiYHUX MNOPYIIEHb,
ceplieBa HeI0CTaTHICTh O CTyIeHs.

V nmumai 2012 p. aUTUHY 00CTEXEHO y CcIieniaii3o-
BaHOMY MEIMKO-TeHeTUYHOMY LeHTpi XapKkoBa. [o-
ITaTKOBO IO BiAcTaBaHHS Y MOTOPHOMY Ta MOBHOMY
PO3BUTKY BUSABIIEHO 3MiHM 0i0XiMiYHOTO JOCTiAKEHHS
KpOBI:

e akTuBHicTb ACT — 340,42 Mmxmob/xBxJ1 (N<48);

e akTuBHICTb AJIT — 340,42 Mmxmonb/xBxJ (N<33);

o akrtuBHicTh KDK — 136,18 Mmxmosb/xBx1 (N<228);

o akTuBHIcTh JIIII' — 888,75 Mrxmoib/xBxs (N<395);

e AKTHUBHICTb FOMOLUCTEIHY — 6,4 MKMOJb/XBXJI
(N<5).

Cehopmosanuii eucHoeok: HassBHUU mediuuT dep-
MEHTIB (pOJJATHOTO LMKJTY, TilIeproMouucTeiHeMis, Mi-
TOXOHIpiabHA MUCGhYHKIIIST, BPOMXKEHA M’ SI30Ba INC-
Tpo(isi; HEOOXiTHO BUKIIOYUTU MOPYIIEHHS OOMiHY
CTepOJIiB, IIiIKOIreHO3.

CraHoM Ha cideHb 2014 p. (y Bili 6 poKiB) y IUTHHU
pO3BUHYJIACH TOCTpa pecnipaTopHa BipycHa iH(peKIisa
Ha Ti1i HeaudeHuitoBaHoi Mionarii. [TpoTsarom HacTym-
HUX 5 AHIB CTaH MPOTPEeCUBHO TMOTipIIyBaBCs, JiarHOC-
TOBAaHO yCKJIaAHEHHs — ToJlicerMeHTapHa ABOOiYHa
MHEBMOHIs, iIHTOKCUKALLisl, TMXaJlbHA HETOCTATHICTh.
V TsKKOMY cTaHi (aToHis, apedJieKcis, anuHaMmis, Bin-
CYTHICTb CAMOCTIMTHOTO IMXaHHSI, BiACYTHICTh KOBTaH-
Hs) TocTiTaiizoBaHa B JIHINIPOBCHKY 00JIaCHY IUTSIY
KJIiHIYHY JIiKapHIO.

IToctynoBo Ha Ti1i aHTUOaKTepiaJlbHOI Teparii Ta 3a-
Oe3IevyeHHs OKCUTeHallii armapaToM IITyYHOI BEHTUIIS -
i JIeTeHb 301bIIMINCS TTOKAa3HWKY CYJIN B KiHI[IBKax
(mo 3 6aniB y BepxHix Ta A0 2 0adiB y HUXHIiX), 3 SIBU-
JIUCS TOPIIiHI CYXOXHUJIKOBI pedeKCU Ha BEPXHiX
KiHIliBKaXx.

Enexrpomiorpadis (30.04.2014 p.): He BUSBIEHO 03-
Hak ypaxKeHHs TepeaHiX poriB, (pyHKIiOHaJIbHA 3/1aT-
HiCTbh M’5131B 3HUKEHA 3a MIEPBUHHO-M’SI30BUM TUIIOM.

¥V tpaBHi 2014 p. 3pa30K KpoBi 11 TOCTiIXKEHHS Me-
toagoM DBS Oysio HampaBieHO B 1abopaTopito Meauy-
HOI TEHETUKM MeauKo-reHeTnuHoro Binginenus HJICJI
«Oxmatout» MO3 Ykpainu. Yepes 3 TUXKHI OTpUMaHO
MMO3UTUBHUI pe3yabTaT: 3HUXKEHHSI aKTUBHOCTI (ep-
MEHTY O.-TJIIOKO3UJa3U; MOBTOPHUN aHasi3 MiaATBep-
B 3HMKCHHSI aKTUBHOCTI (pepMEHTY, 110 CTaHOBMIIA
0,15 Hmonb/roa xmr 6inka (N=0,3-1,2).

Ha mincraBi orpumanux ganux H.O. ITiukyp chop-
MyJIIOBaJIa BUCHOBOK: Ma€ MicClie CIIaJKOBE MOPYIIEHHS
0OMiHY PEYOBMH i3 TpyNU MIiKOT€HO3iB (MaTOJIOTii Ha-
KonuyeHHs1) — xBopoba ITomre (rinikoreHos Il Tumy),
XpoHiuHa ¢opma. byno pekoMeHI0BaHE MTPU3HAYECHHS
aJITII0KO3UIa3u abda y BUNJIsIa iHdy3iit B mo3i 20 Mr/Kr
OJIMH pa3 Ha JIBa TUXHI.

IMicnga mignucanHs 6aTbKaMu iHOOPMOBaHOI 3roau
B MeXax r'yMaHiTapHoOi IporpamMu KomMmIaHisg Sanofi
Genzyme («CaHoi») Hagasla anrjaoKo3umasy aiboa
JUIs iHiniawii iHgy3ii nijg KepiBHULTBOM Ta KOHTPOJEM
3aBijyBaya peaHiMalliiiHOro BigaiieHHs JJHITpOBChKOI
00JlacHOI IUTAYOI KJIiHiuHO1 JikapHi OnekcaHapa Pu-
yappoBuua JlanumHcekoro. Teparist nepeHocunacs 6e3
KJIIHIYHO 3HAUYyLIMX MOOIYHUX SIBUI. 3a yac CIeLU-
¢iyHOTO JiKyBaHHS B 00JACHIil JiKapHi CTaH JiBYMH-
KM TIOJIIMIIMBCS, 30epira€ThbCsl 3aJeXHIiCTh BiJ anmapa-
Ty WITYYHOI BEHTWJISLII JIeTeHb, aje 30i1bIIuBCS Yac
CaMOCTiMHOrO AMXaHHS BAEHb, MOXE CUIITU y Kpici
Ta rpatu 6e3 amapary a0 1,5 roa, xapuyeTbcs camoc-
TiliHO, KOBTaHHS He MOpylIeHe, MOBa MOJIMIIKIac;
nudy3Ha M’s130Ba TiMOTOHIs, B IMHaMIilli TOKA3HU-
KM cUIM M’g3iB 30inbimnucs no 3-4 0aniB y pykax
Ta no 3 6ajiB y Horax; cdpopMyBanacsi KOHTpakTypa
B FTOMiJIKOBO-CTYITHEBUX CYriao0ax; rimbokKi pediexkcu
3 PYK TOpMiJHi, 3 Hil He BUKJIUKaIOThcs. [lepiognuHo
BUHUKAJIY €I1i301 arpecii, 0co0JIMBO 110 BiTHOLIEHHIO
10 MaTtepi, Mmicjst nmpuiiMaHHs adoba3ony MmoBeAiHKa
crtabinizyBanacs.

3 MeTOo10 0OMEXEHHS PU3UKY MOBTOPHUX iH(DiKyBaHb
(xBOpisla Ha TOCTpi pecIripaTopHi iHdexIii 1-2 pa3n
Ha Micsilb), TOJIMIIEeHHS eMOLIiTHOro cTaHy Malli€HT-
KU Ta 6aTbKiB Micist 765 nHiB mepeGyBaHHS B 00JIaCHIl

JikapHi Oyyia po3TJsiHyTa MOXKJIMBICTh XOCIiCHOTO Har-
asany. 3 15.12.2015 p. niBunHa nepedyBae B TOMAIIIHiX
yMOBax MiJ HATJISIAOM CIeialiCTiB.

VY cepriHi 2016 p. TOBTOPHO OTPUMAaHI MO3UTHBHI pe-
3yJbTaTU TEHETUYHOTO HOCTiIKEHHS 3 ABCTpii, JiarHO3
xBopobOu [lommne miaTBEpAXKEHO.

LlikaBoio € HacTynmHa nuHaMika: y BepecHi 2017 p.
NiBUMHKA MOTIJa 3HAXOAUTHUCS 0e3 amapaTy IITYy4YHOI
BEHTUJIALIT JIereHb 10 6 rof, BHOYI ArXaja BUKIIOUYHO
3a 1Oro 1OMOMOrol0, MOTJa CUAITH Y CIeliaJIbHOMY
Kpicii 3 MiATPUMKOIO TOJIOBY Ta OABUTHUCS irpallikaMu,
KOHCTPYKTOPOM A0 4 TOAUH ABa pa3u Ha AeHb. CaMoc-
TITHO TOB3aJIa «IT0-TUIACTYHChKW». 30epiranacs nudysHa
rinotoHis. [TokazHUKM culiM B pyKax — 4 0anau, B HO-
rax — 3 6anu. [nmboki pedaekcu 3 pyk xBaBi. OgHaK
y nuctomnani 2017 p. Ha TJi TOCTPOI pecripaTopHOI iH-
(dexilii BUHUK perpec: caMOCTiliHe AUXaHHS He Oiblie
3a TOAMHY Ha J00Y, 3HMKCHHS CHUIIN.

3 orasiay Ha 3MeHIIeHHS €(MEeKTUBHOCTI 3aMic-
Hoi Teparrii (pepMeHTaMU, 11O MOXKe OYTU 3YMOBJIEHO
MiABUIIEHHSM TUTPY aHTUTIN 10 Mio3UMY, OyJ10 BU-
pillleHO MPOBECTU BU3HAYEHHS PiBHSI aHTUTIN Kjacy
IgG — pesyabraTt ctaHoBuB 800. [IpoBeneHuit KOH-
cuniyM 3a yuactio H.O. ITiukyp, 1.B. MakemoHchKOi,
O.P. JJauuHchKOTO; MpUIAHSTE PillIeHHSI TTPO MOCTYIOBE
ITiABUIIEHHS OJHOPA30BOi 103U aJITJIIOKO3MIa31 aabda
no 30 mr/kr: 10 iHby3iit mo 25 Mr/KT, 1110 CTaHOBUJIO
500 mr mio3umy (10 drakoHiB), Ta yepe3 2 TUXKHI —
o 30 mr/kr, mo craHoBuio 600 mr (12 dakoHiB).

Yepes Micslib CTaH MalliEHTKU MTOYaB MOJIiMIIYBaTU -
cs1, TIOBEPHYBCS MOMepeaHii piBeHb (Pi3MUHOI aKTUB-
HocTi. HuHi cTaH AiBYMHKY CTaOiIbHUIA.

JlogaTKoOBO 10 KJIACUYHOro OOCTEXXEHHSI Ha XBOPO-
oy Ilomme I.B. MakenoHCbKa peKOMEHAY€E€ BU3HAYATH
CTaTyC MEepPEeXpecHO pearyrdyoro iMyHOJIOTiYHOTO Ma-
tepiany (CRIM), 1o Bizobpaxae MOXJIUBICTb CUHTE3Y
nesikoi KimbkocTi pepmeHTy (CRIM-1103UTHBHMI CcTa-
Tyc) ab0 MOBHY BiICYTHICTb (DEPMEHTY CL-TJIIOKO3UAa31
(CRIM-neratuBHMii cratyc). Buznauennss CRIM-crta-
TyCy J03BOJISIE 3pOOUTH MPOTHO3 Ta PO3POOUTH TLIaH
BeICHH NallieHTa 3 iHhaHTUIBHOIO (POPMOIO XBOPOOU
IMomme. Ha xainb, 20-25% nauieHTiB i3 paHHbOIO (hop-
Moto € CRIM-HeraTUBHUMU; B HUX €K30T€HHA O.-TJII0-
KO3M1a3a PO3Mi3HAETHCS SIK YyXKOpigHa, BUPOOJISIIOTHCS
Helpalizyloui aHTUTIa, 1110 MOSICHIOE Tiplly BiAMNOBiIb
Ha Teparrilo airiIoKo3uaa3olo arbda Ta HeoOXiaHICTD
NpU3HAYEeHHS aJeKBAaTHOI iMyHOMOYJIOBaJIbHOI Te-
parrii mo iHiuianii BBegeHHs pepMeHTy abo yepe3 Ko-
POTKMUIT TEPMiH TicCJIsl — TaKi 3aX0AM 3HAYHO TOJIIIIY-
10Th TIpoTHO3. [Tokazano, mo CRIM-1mo3uTuBHI XBOpi
€ OibII He3aJeXKHUMU BiJ iHBa3MBHOI BEHTUJISLIIT Jie-
TeHb, IEMOHCTPYIOTh MEHIIINI PU3UK BUCOKOTO TUTPY
IgG no pekoMOiHAHTHO1 O(-TJIFOKO3UAA31 MPU 3aMiCHil
Teparii depMeHTaMu 0€3 iHAyKUil iIMyHHOT TOJepaHT-
Hocrti (Ball et al., 2012).

3arajoM peKkoMOiHaHTHA O-TJII0KO3M1a3a MA€E NESTKUI
MOTeHIiaJl iIMyHOTeHHOCTi, ToMy TUTp IgG HeoOXimHO
BU3HA4YaTu OAWH pa3 Ha 3 MiC. MPOTATOM MepIIux 2 po-
KiB, HajgaJli — mopiuHo. [1pu BUABIEeHHI ajepriyHoi pe-
aKi1lii abo iHIIMX iIMyHOOTIOCEPEIKOBAHUX MTPOLIECiB CJTif
PO3TJISTHYTA MOXJIMBICTb YaCTIllIOTO BUSIBJICHHS TUTPY
aHTUTIN. Y OiIbIIOCTI MALiEHTIB aHTUTIIA JO TIpenapary
3’IBIASIOTLCS B TIepIi 3 Mic. Iicasa Mo4aTKoBOi iHPy3ii
(Schoser et al., 2015).

CTOCOBHO €(eKTUBHOCTI aJrIioKO3MmIa3n anbda
1.B. MakenoHchKa HaBeJla CTaTUCTUYHI JaHi: Xopolua
abo momipHa BigmoBiab croctepiraetbes y 91% ma-
LIE€EHTIB — Y BUIJISIAI 3MiH MTOKA3HUKIB M’SI30BOi CUJIU
Tay 86% — B IJ1aHi MOMIMIIEeHHS MOKa3HUKa YHKIIiO-
HaJbHOI XXUTTEBOI EMHOCTI JiereHb (de Vries et al., 2012).

be33anepeynuMu € BUCHOBKH:

1. EdpexT Teparmii peKOMOiHAHTHOIO O.-TJIIOKO31Ia-
3010 € MO3UTUBHUM LIOAO BUXMBAHHS Ta 3aTPUMKU
NpoTrpecyBaHHS NMXalbHOI HEIOCTATHOCTI y MNalli€HTIB
3a YMOBM paHHbOI iHilliallii.

2.JlikyBaHHS AiTeil Ta JOPOCIUX CYTTEBO BILIMBAE
Ha SIKiCTb XXUTTS (MOJIMIIEHHS PYXJIUBOCTi, 3MEHIIEHHS
IMOTPEOU B peCIipaTOPHiil MiATPUMIILI).

3. PaHHiil moyaToK Tepalii € KPpUTUYHOIO YMOBOIO
IIJIST ONITUMI3allil HacmiaKiB xBopoou (van der Ploeg et al.,
2007).
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