IHdopMauis ans MeanyHuX nNpauiBHUKIB

9, EpiCARE
CnHgpom [jpaBse

Takoxx Bigomni ak: Cf], Ts)KKa MIOK/IOHIYHA ernifierncis gUTI40ro BiKy
(SMEI), eHyegbasionaris po3BUTKY Ta eniJzienTuyHa eHyegasonarias 6
(DEEG6), eninenrtnyHa eHyegpasionaris paHHa gntsava 6 (EIEE6)

Oornsg

Cungpom [lpase (ckop. - C[) — ue reHeTuMyHa eHuedasnonaTia, WO
XapaKTepU3YETLCA PE3UCTEHTHOK A0 NiKiB eninencieto, saka 3'IBNSeTbCs B
NEePLIOMY pOLi XUTTS Y paHille 3[0poBWX AiTel; MOTIM CTae O4EBUAHOIO
3aTpuMMKa HEpPBOBO-MCUXIYHOrO PO3BUTKY Y AUTUHM, @ TakoX npobnemu 3 ii
MOTOPUKOIO, MOBOKO Ta MOBEAIHKOW. [liarHO3 CTaBUTbCA Ha OCHOBI
KNiHIYHMX 03HaK. Y 75-85% BMNafKiB reHeTUYHI TECTU BUSBNAIOTb MyTaLlito
B reHi SCN1A, skuii koaye anbtha-CyGoAMHULIO BONbTaX3aNeXHOro
HaTpieBoro kaHany Navl.l. Xoya nocnifoBHi Kopensuii MK reHOTUMNOM i
(eHOTUNOM He BCTaHOB/EHI OCTAaTOYHO, MPOTe MyTauii 3 YKOPOYEHHSIM
acoLiloOTbCA 3 TIPWUMKU KOTHITUBHUMKM pe3ynbTatamu. [NpubnusHo 90
BiICOTKIB MyTaLlill BUHWKalOTb de novo; Yy YneHiB CiM', Siki MatoTb Taky camy
MyTauito, MOXyTb 6yT BiaCyTHIMM cumnToMn abo crnocTepiraTucs nerki
nposieu. [loaaTKoBI reHu, ki 6ynu ineHTUdikoBaHi, Ik MyTOBaHi y NaLlieHTiB
3 peHoTmnom CA, Brnovatots PCDH19, SCN1B, GABRA1, STXBP1, CHD2,
SCN2A, HCN1, KCNA2 Tta GABRG2.

1. Yacrora Ta nownpeHicrp

COL Bpaxae npubnusHo ogHoro 3 15 700 po opHoro 3 40 000
YKVMBOHApOMKeHWX AiTei. MoLMpeHiCTb 3axBOptoBaHHS HEBigoMa, Ta iCHye
BE/IMKa MMOBIPHICTb, O BOHO, Tak 6M MOBWTW, HEAOAIArHOCTYETHCS Y
nopociunx. Y peskux gocnimkeHHsax C[ ctaHoBvB 3% Bunagkis eninencii
cepea [AiTel, siKi ManM Hanaay MpOTAroM MEepLUoro poKy XUTTS, Ta 2,5%
nauieHTiB, AKi Manu Hanagu nicis BakKuMHALIT MPOTArOM MEpLUOro POKy
KUTTS.

2. fiarHocruka cuHgpomy [jpase

[liarHo3 CTaBWUTbCS HA OCHOBI €NEKTPOKIIHIYHOro cheHoTuMny.
[eHETWYHI TECTU MOXYTb NIATBEPAUTY ETIONOFiIO, ane HeraTUBHUIA pesynbTat
YCIX FEHETUYHUX TECTIB HE BUK/IIOYAE BCTAHOBMIEHHS AiarHO3Y.

[eHETWUYHI TeCTV MOBMHHI OXOMNOBATU AOCTIMKEHHST MyTaLii reHa SCN1A,
BK/IIOYAIOYM CEKBEHYBAHHA HACTYMHOrO MOKOMIHHA Ta Bapiauii KinbKOCTi
Konii. 3 ornsigy Ha Te, wo 3 C/[1 Moxxe 6yTV MOB'SI3aHO Kiflbka reHiB, y pasi
HeraTMBHUX pe3ynbTaTiB  AocnimkeHb reHa SCN1A cnig  nposBoavTh
KoMniekcHi naHeni NGS ans eninencii abo HaBiTb GiNbLL LUMPOKWI aHani3,
TaKWi SIK CEeKBEHyBaHHs BCboro eksoma (WES) abo cekBeHyBaHHSI BCbOrO
reHomy (WGS).

3. BiK novyatky 3axBOproBaHHS

Mepwnm cMMNTOMOM, SIK MPaBWIO, € HaMaaw, WO BUHWKaIOTb MPOTAroM
MepLIOro poKy XWTTS - 3a3BUYaii MiXK M'ATUM | BOCbMUM MICALIEM - Y paHilue
3[0pPOBOI ANTUHW. [ly)Ke piAKo Hamaan MOXYTb MOYATMCS Ha APYroMy poui
XWUTTS.  3a3BMYaii  Mepwuii  Hamag €  GebpunbHuM, Moxe 6yTn
OHOCTOPOHHIM (reMiknoHiYHUM) abo ABOGIYHWMM. [MpoBOKytoui dhakTopw,
BKJTIOHAIOYM NIMXOMAHKY/3aXBOPIOBaHHS, BaKLMHaLi0 abo KynaHHs, MOXyTb
CMpOBOKYBaTV noAanblui Hamaau, siki 4acTto € TpuBanumu - binbwe 10-15
XBWIVH i iHOZI NepepocTatoTb B niNenTUYHUIA CTaTyC.

MpoTarom Apyroro poky >XXUTTS 3'ABASOTLCS HOBI TUMKM HanmaaiB. Eninencis
€ pedpaKTepPHOIO, | CTaloTb OYEBUAHUMM MOPYLUEHHSI HEPBOBO-MCUXIYHOMO
pO3BUTKY: Yy [iTel 3'ABNSETbCA HECTiKa XO0Aa, MOBINIbHO PO3BMBAETHCS
MOBa, @ TaKOX MOraHO PO3BMBAOTLCSA APIOHI MOTOPHI HaBMYKKU. Y paHHbOMY
OMTUHCTBI 3'SBNSOTLCA MOBEAIHKOBI MOPYLUEHHS, a came: Aediuut ysaru,
rinepakTMBHICTb, @yTUCTUYHI PUCK Ta TPYAHOLL Y CMiSIKYBaHHi.

4. Tunn HanagiB Ha noYyaTxky

[iTv 3a3BMYall AEMOHCTPYIOTb Kiflbka TUNIB HanaaiB. Hanaay MoxyTb 6yTu
CNPOBOKOBaHiI KiflbkoMa noApasHuKaMu, BKIIKOYaoum
NIMXOMaHKy/rinepTepMito, EMOLLIMHMIA CTpeC abo 36YMKEHHS, MUrOT/IMBE YK
KOHTPACTHe CBIT/IO Ta Bi3yasbHi Bi3epyHKU.

KOHBY/bCUBHI Hanaaw

KoHBy/fbCMBHI  HamaaM MOXyTb 6yTW reHepani3oBaHUMKU  TOHIKO-
K/OHIYHMMK, KSIOHIYHMMM @60 reMikNOHIYHUMKM  3i 3MiHaMKU CTOpIH.
3a3Buyail CyAOMHWIA Hanaa € NepLIUM TUNOM Hanaay, LWo 3'SBASETHCS.

leHepanizoBaHi TOHIKO-K/IOHIYHI Hamaan MOXyTb 6yTu reHepasnizoBaHUMK
BiA camoro mnoyatky abo BTOPWUHHO-TeHepanizoBaHuMK, 3 (OoKanbHUM
MoYaTKOM, iKUK MOXe 6YTU KOPOTKWM | TOMy WOro Nerko npomycTuTy, Lo
CKJIAAAETbCA 3 BOCTOPOHHLOr0, aCMMETPUYHOrO, TOHIYHOMO CKOPOYEHHS,
SIke MpU3BOAMTL A0 3MIHHOI MO3M Mig Yac Hanagy. Lia dasza moxe 6ytn
3MillaHa abo HeraHO CifyBaTM 3@ K/IOHIYHUMKM MOCMUKYBAHHSIMU,
NOYMHAIOUM 3 06NNYYS, | 3a/yHatoUM KIHLIBK aCUMETPUYHO | aCUHXPOHHO.

eMiknoHiYHI Hanaan MoXyTb BpaXxaTu Byab-sIKy CTOPOHY Y OAHOrO i TOro X
nauieHTa. Lle yepryBaHHsi xapakTepHe ans C[l i Moxe 6yTv KopucHUM ans
DiarHOCTUKU.

CynoMHi Hamaay MoXyTb ByTW TpUBaNUMKM i NepepocTaTvt B eninenTuyHui
cratyc. [licna TpuBanux reMik/lioHiYHUX HamafiB MOXe 3anuwaTvcs
nicfissHaNaAoBMiM TMMYACcoBUIA reMinapes.

MiOKNOHIYHI Hanaan

MioknoHIYHi Hanaau 3'9BNAOTLCA Y Bili Big 1-ro A0 5-Tu pokiB. BOHU MOXYTb
6yTn okanbHMMK, 3a4inayn OCbOBI M'S3u, IHOAI MPOSBNSIOYNUCH Y BUTNSAI
PUTMIYHKX PYXiB rofIoBK, SIKi HA3MBAIOTbCA «KMBAHHSM rOfI0BOK», abo pyK i
nneyei; iHwWi MoXXyTb 6YTU MacMBHUMU. BOHM MOXXYTb BYTH i30/1bOBaHUMK abo
BUHVKaTV KOPOTKMMM CEpisiMM 3 ABOX UM TPbOX MIOK/IOHIYHMX MOCMUKYBaHb.
MioKNOHIYHI Hanaan MOXyTb 6yTH CNOHTaHHUMK abo BUK/IMKAHVMMM CBIT/I0BOIO
CTUMYNSALEID, 3aKPUTTSM OYel, 3MIHOK IHTEHCMBHOCTI CBiTNa abo dikcaulieto
Ha Bi3epyHKaXx.

AbcaHcu

Ab6CcaHCK MOXYTb 3'SBNSTUCA B Pi3HOMY BiLli - IK y BiLli Bif 1-ro A0 3-X pokiB pa3om
3 MIOKMOHIYHUMW Hanafamu, Tak i MisHile, Big 5-Tv Ao 12-T1 pokiB. BoHW MOXYTb
CyNpOBOKYBATUCS MIOKJ/IOHIEIO MOBIK ab0 IHWMMM BUPaXKEHNMMW MIOKITOHIYHUMU
KOMIMOHEHTaMU. TaKoX MOXe NpOSIBASTUCA CTaTyc abcaHCiB, sikuii 3'IBNSIETbCS
MOCTYMOBO Y BUIMISiAI TPMBAJIOrO MOPYLLEHHS CBIAOMOCTI Pi3HOI iHTEHCUBHOCTI.

®dokanbHi Hanaau

BoHM MOXYTb 3'SBNSTMCA paHO - Yy BiUi Big 4-X MicauiB A0 4-X pOKiB.
dokanbHi Hanagu 3'SBASAKOTLCA MEepeBaXXHO 3 MOPYLUEHHAM CBiAOMOCTI Ta
BUP@XXEHUMM BereTaTMBHUMKN CUMMNTOMaMMn (6nigictb, LiaHos,
NOYEPBOHIHHSA, 3MiHW AMXaHHS, CIMHOTEYa, NITAMBICTL). DokanbHi Hanaam
6e3 MopyLeHHs CBIAOMOCTI TakoX MOXYTb OyTW MpUCYTHIMW y BUrnagi
BEPCUMBHUX HamnagiB abo KIOHIYHMX MOCMUKYBaHb, OBMEXEHMX KiHLiBKOO
ab0 OofHiE NOMOBMHOK 061MYYS.

TOHIYHI Hanaan

TOHIYHI Hamaan He € TUMOBMMM i MOXYTb 3'IBASTUCS Mif Yac CHy nicns 6-Tu
POKiB.
CTaH NpuTynieHoi CBiaoOMOCTi

Lle ocobnuBuiA TMN Hamagy npv cvHapoMi [pase. BiH nossirae B nopyLieHHi
CBiJOMOCTi Pi3HOI IHTEHCMBHOCTI, 3 (parMEeHTapHOI Ta CErMEHTapHO
HeperynsapHOIO MIOK/IOHIEI0 HM3bKOI aMMiTyau, LUO OXOMJIE KiHUIBKM Ta
061myys, iHOAI CympPOBOAXKYETLCA CIMHOTEYet0. MauieHT Moxe pearyBaTy abo
He pearyBaT¥ Ha MOAPA3HMKW, 3aNeXHO BiA CTymeHs CBiaoMocTi, abo
BWKOHYBaTW MpOCTi Aii. Lle Moxe TpuBaTu rogMHamMm abo aHSMU.

5. SIK 3MIHFOFOTBCSI TN HanagiB 3
yacom?

CynooMHi Hamaay MPWCYTHI MPOTSArOM YCbOro XXUTTS Y BCIX MALEHTIB, TOAi sIK
reMiK/MOHIYHI Hamaau CTaloTb MEHLU MOLMpEeHUMM 3 BIKOM, @ abcaHcu Ta
MIOKJTOHIYHI Hamaaw, SIK MPaBWIIO, 3 YaCOM 3HUKAKOTb.

TemnepaTypHa YyT/MBICTb i, IK NPaBWI0, PehIEKTOPHI Hanaaw 3a3BKyaii Takox
3MEHLLYIOTbCS 3 BIKOM.

HaronocMo, WO CyAOMHWI eninenTUYHUA CTaTyC YacTilue 3yCTpiYaeTbCs B
OWTUHCTBI Ta B NiAIITKOBOMY BiLli, HDX Y IOPOC/IOMY.



6. OcobsmmBocri EElr

Ha noyatky EET-aKkTUBHICTb 3a3BMYall € HOPMasbHOW; B AESKMX BUMAAKax
BiA3HAYaETbCA PUTMIYHA TeTa-aKTUBHICTb 4-5 'l Haa ponaHAMYHOK Ta
BEPTEKCHOIO AinsiHkamMu. EEM-akTUBHICTb 3a/iMLL@ETbCA HOpMarbHOK abo
3nerka aHoMmanbHow B 50% BWNAAKiB; B IHWKWX BUMAAKax BOHA CTaE
MOBISIbHOIO Ta MOraHO OpraHi3oBaHoO, 0CO6NMBO B MEPIOAMN MHOXMHHUX
HanagiB. EminenTtuyHi po3psiam, SIKWO BOHWM MPUCYTHI, € (OKanbHUMK,
MynbTUOKaNbHUMKU @60 reHepanisoBaHWMK, Ta BIACYTHIN 3B'A30K MiX
MiCLleM MDKNpUCTYNHOI aHoManii Ta MiCLUeM BWHUKHEHHS Hanagis.
AKTVBHICTb nif, Yac CHy 3a3Buyali Aobpe CTpyKTypoBaHa. PoTouyTAMBICTb
BBaXKQETbCS OAHIEID 3 OCHOBHMX 0co6MBOCTEN C/l, sIka CNOCTepiraeTbes
0cob6MMBO Y NAUIEHTIB 3 MacMBHUM MIOKMOHYCOM; 1i 4acTO BaXKO
aHaniayBaTW, OCKifIbKM BOHA He 3a/MWAETbCS MOCTIMHOK MPOTSrOM
nepe6iry 3axXBoproBaHHS..

7. KomopébigHocri

Sk Mu BXe kazanu, C[1 — ue eninenTuyHa eHuedanonaris, WO CynpoBOMKYE
MOpPYLLEHHS PO3BUTKY. BBaXKAETbCA, IO MOPYLUEHHA PO3BUTKY CrpUYMHEHE
6e3nocepeaHbO FEHETUYHOIO MYTaLIIEID, @ HE NWLLIE eNiNENTUYHOIO aKTUBHICTIO,
AKa B Aesikux pasax MoXe CrpusTi perpecy abo nofasbLLoMy YMOBiSIlbHEHHIO
HEMPOKOTHITUBHWX (YHKLUIA. MauieHTy 3 C[ CTpaXAaloTb Ha HU3KY CyrnyTHIX
3axBOPIOBaHb, SKi SWLLIE YaCTKOBO MOB'A3aHi 3 eniNenTUYHUMM Hanagamu.

KOrHIiTUBHI nopyLeHHs

KOrHITMBHI  MOPYLIEHHS CMOCTepiraloTbCsl Maibke Yy BCiX MauieHTIB,
nepeBaXkHO B AianasoHi BiA MOMIPHUX [0 TSXKKUX. Perpecia 3ycTpivaeTbcs
pigko. [lo yBaru: 30pOBO-MOTOpHa iHTerpaLiis, 30poBe CMPUMHATTS Ta
BUKOHaBYi (yHKLii, Ik mMpaBuno, MopyLueHi 6inblue, Hik MoBa. 3a3Buyait
nojasblie KOrHITUBHE 3HWKEHHS MiCNs N'aTU-LWeCTW poKiB He BiAOYBaETbCS,
i CTaH naujieHTiB, K NpaBwsIo, NOBISILHO MPOrpecye.

PyxoBi nopyLueHHs

it MOYMHaloTb XOAMTM B 3BMYAWMHOMY Ansl UbOrO Bili, ane notiM
[EMOHCTPYIOTb HECTIVKy X0Ay. Y BGiNbLUOCTi MauieHTiB CriocTepiraeTbCst siBHa
HEMO304KOBa aTaKCisl, WO NpU3BOAUTL [0 MOPYLUEHHS KOOpAMHALLi, TpeMopy
Ta An3apTpii. 3i 3pOCTaHHAM AWMTUHU CMOCTEPIraETbCs MOripLEHHs Xoan 3
TUMNOBMM  «NPUCIAAOYMM>» MATEPHOM, SIKE XapaKTepU3yeTbCs 36iMblueHnM
3MMHaHHAM CTerHa Ta KofiHa i AopcndneKcieto roMinku NpoTarom casu onopu
xoam. MapKiHCOHIYHI cumnToMuM (6paaunKiHesis, aHTeKoNiC, KaMMTOKOPMis) He €
piaKicTio 11 y AOpOCIOMY BILli.

MoBHIi nopyLueHHs

[T NOYMHAIOTb FOBOPUTY TaKOX Y 3BMYANHOMY AJ1s1 LbOrO Billi, asie MoTiM
MOB/IEHHS] PO3BMBAETLCS MOBIMILHO | CTaE, Tak 6y MOBUTW, CKyMuM.
KnacuMuyHo criocTepiraeTbcst GigHICTb NEeKCMKM Ta 4acTi POHETUYHi 1
OHOMOrYHI NOMUNKK.

MoBeAiHKa Ta ayTUCTUYHI O3HaKN

MpobneMn 3 NoBeAiHKOIO CTAaHOBATL CEPMO3HY mpobnemy Ans 6inbluocTi
nauieHTiB, 30KpeMa, [Ay)Xe 4acTo crocTepiraloTbcs aediumt yearu Ta
rinepakTMBHiCTb. loraHe po3yMiHHS Ta MoraHa BepbanbHa KOMyHikauis
3HAYHOI MIpOKD CMPUSIOTL MOFIPLUEHHIO COLjianbHUX BiAHOCWH, 0CO6MBO B
niaNITKOBOMY Bili. Xo4a MOXYTb CMOCTepiraTuca ayTUCTUYHI pucu, npoTte
NvLe AesKi AiT HacnpaeAai € ayTUcTamu.

COH i xapyyBaHHs

BinbLwicTb NawuieHTiB 3 cuHAPOMOM [lpaBe MatoTb Npobnemu 3i CHOM, 0cobIMBO
NMOMITHI po3nagu nepexody MDK CHOM | HeCnaHHsM Ta TpyaHowi 3
NiATPUMAHHAM CHY. TaKoX YacTo NOBIAOMASETLCS NPO NPO6IEMM 3 aneTUTOM,
YHUKHEHHSI/OBMEXEHHS! CMOXMBAHHS DKi Ta TPYAHOLL 3 Xap4yBaHHSIM.

[edopmauia ckeneta

MoxyTb cnocrepiratucs necdopmadii cTonu, CKPY4yBaHHS
BEJIMKOTOMISIKOBOI KiCTKW, BHYTPILLHS poTaLlis CTerHa/aHTeBepcis CTerHoBoi
KICTKW, CKONio3.

8. JIikyBaHHSs

Ha paHWii MOMEHT NiKyBaHHSI € CMMMTOMATWYHWMM i CMpSIMOBaHUM Ha
KOHTpONb HamagiB. Ha >anb, Maibke Yy BCiX NaUieHTIB Hamaan €
pedpakTePHUMK i, AK NpaBuio, CynpOBOMKYIOTb NAaLiEHTa NPOTAroM
YCbOrO >KUTTH; MPOTE 3MEHLUEHHS 4acTOTM HanafiB npu3BOAWUTL A0
MONIMNWEHHS SKOCTI XWUTTS Ta NiABWLLEHHS PIBHS €Heprii MpoTaroM AHs,
Lo [103BOJISIE ANUTUHI PO3BMBATUCS.

Y nepioZ paHHLOro ANTUHCTBA MOXe BTN KOPUCHWUM YHUKHEHHS! KOHKPETHUX
(hbaKTopiB, IO MPOBOKYIOTb Hanaau, Takux K 3arnobiraHHs pi3kUM 3MiHaM
TeMnepaTypu Tina abo MiHiMi3aLis CBITNOBUX Ta BisyasbHWUX NOAPa3HWKIB.

Micns noctaHoBKM AiarHo3y nifg Yac niabopy NpoTUHanajoBWX npenaparis
HeobXiagHO BUKMOUUTK MpenapaTy, Wo 6e3nocepeaHbo H610KyOTb HaTPiEBI
KaHanu, Taki sk kapb6amaseniH Ta Moro aHanoru (okckapbaseniH Ta
ecnikapbaseniH), N1aMOTPUIKIH i (EeHITOIH, $iKi, SiK BiAOMO, MOripLUYyTh
4acToTy HanaAiB Ta KOrHiTUBHI pe3ynbTaTu. IHWi npenapaTty, Skux Tex cnig
YHUKATK, BKIKOYALOTb BirabaTpuH, TiarabiH, nperabaniH Ta rabaneHTuH.

[lo NPUMHATHUX MpenapaTiB NepLuoi NiHii HanexaTsb knobasaMm i Banbnpoesa
KMCNoTa, SIKi MOXHa MOEAHYBATW 3i CTIPUMEHTOSIOM. TaKoX BiA3HAYaETbCA
KOPUCTb Bif ToripamaTy, feBeTupaleTamy, KEeTOreHHoi AIETM Ta CTuMynsuii
6nykatoyoro Hepsa. []o pedi, peHdnypaMiH i kaHHabiaion HewoaaBHO
NpoAEMOHCTPYBanu eeKTUBHICTb Y KNIHIYHUX BUNPODOYBaHHSAX.

9. THAMBIgyasibHI nJiaHn eKCTPEHOro
pearyBaHHs

[orocnitanbHe
NiKYBaHHA IMXOMaHKH,
AKLLO BOHA e

» XeunuHa 3-5, giazenam pekTanbHo/Migazonam GyKanbHo 0,3 - 0,5 Mr/Kr

* XewnuHa 10-15, Apyra fo3a fjazenamy/migasonamy
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* XeunuHa 30, Mmigazonam 0,1 Mr/Kr/roauHy abo KnoHazenam,
HaBaHTaXyBaNnbHa A03a 0,05 Mr/Kr, noTim 0,1 Mr/Kr/6rofuH

* XeunuHa 45-60, B/B anbnpoesa kucnota (40 mr/kr) abo B/B
neeeTipauetam (40-60 mr/kr) abo B/B (Qoc)peHuToiH (15 mr/kr/a).

* XewunuHa 60, iHWi npenapaty - KeTamiH, GeHobapbitan

ulau a uempl

Pucynok 1. 3anp P
iHTeHcuBHoi Tepanii; BP - sHyTpi pekTansHo; BB - eHy
MOXHa NoaMBNTUCA 33 NocunakHam wileyonlinelibrary.com).

nananlay 38'A3KYy 3 cunnpoMoM.Clpaae 6y, Gykkan; BIT - siggineHtHs
Ko- Aieta; X8 - xBUnnHa (konip 306pakeHHs

10. OUiHITb BIJINB Hamnagis,

npenapariB 1a CynyTHIX 3aXBOPIOBaHb Ha:
- MOBCAKAEHHY AisNbHICTb

-3aranbHe CamonoyyTTs

- MeHTa/IbHe 340pOoB's

- hi3nyHe 340poB's

- CaMOCTIWHICTb

- bionoriyHe Ta NcuxiaTpUyHe 340poB's

- MOBEAIHKY

11. Haga#re nayieHTy ta/abo gornisgayesi:
- iHAVBIAYanbHWIA MPOTOKON Ail Y HEBiAKNAAHUX CUTYaLlisX

- MeHeaXMeHT puanky SUDEP

- FeHETUYHE KOHCY/IbTYBaHHS

- iHAMBIAYyanbHy peabinitauiliHy nporpamy

- BUMOTY LOAO MIATPUMKU MaLlieHTa, Aornsiaada Ta pobotoaasus
(HelponcuxonorivyHa oLiHKa, KOHCY/bTaLlii, NoTeHLiiHa

ncuxiaTpuyHa MiaTpUMKa)

LU1s1 3BEPHEHHSI 3a MIgTPHUMKOIO NayieHTIB:
€BponericbKa dhegepayis cuHapomy
Apase www.dravet.eu

info@dravet.eu

draveteurope |

NiaTpuMka EBponelicbkolo KoMicieto BUpoBHULTBA L€l nybnikavii He 03Hayae CxBaneHHs ii 3MicTy, kvt BinobpaXkae nuwe nornsiam aBTopis, i
Komicisi He Hece BiaNoOBiAanbHOCTI 3a Byab-sIke BUKOPUCTaHHS iHcopMaLlii, Lo MICTUTLCS B Hild.


http://www.dravet.eu/
mailto:info@dravet.eu

10 HaMNOLWMPEHILIMX NUTaHb: NaM’aTKa ANS NauieHTIB
Ta 0cCib, SKi gornsAaroTb 32 XBOPUMHM

CnHgpom [lpaBe

Takosx Bigommi ak: Cf], TS)KKa MIOK/IOHIYHA eninierncisa gnTaYoro Biky (SMEI),

¢’ EpiCARE

eHyegpasionarisi po3BUTKY Ta erisienTnyHa eHyegpasonaris 6 (DEE6),
enizienTnyHa eHyegpasionaris paHHsa gnrava 6 (EIEE6)

Ornag

CuHapom [lpaBe (ckop. - C[1) — ue reHeTuyHa eHuedanonartis, Wo
XapaKTEPU3YETbCS  PE3UCTEHTHOID [0 JIiKiB  enifencielo, ska
3'ABNSIETLCS B NMEPLIOMY POLi XKUTTS Y paHille 340poBUX AiTeN; NoTiM
CTaE 0YEBMAHOIO 3aTPUMKa HEPBOBO-MCUXIYHOMO PO3BUTKY Y AUTUHU,
a TakoXx npobsiemMu 3 ii MOTOPMKOI, MOBOIO Ta MOBEAIHKO. [iarHo3
CTaBUTbCSA HA OCHOBI K/iHIYHNX O3HaK. Y 75-85% BuNaakiB reHeTUYHi
TECTU BUSBASIOTb MyTauito B reHi SCN1A, skuii koaye anbda-
cyboAMHMLIIO BOJSIbTaX3anexHoro HatpieBoro kaHany Navl.l. Xoua
nocnifoBHi Kopensuii Mi>k reHOTUNOM i eHOTUMOM He BCTaHOBIEHi
OCTaTOYHO, MPOTe MyTauii 3 YKOPOYEHHSIM acoUilol0TbCs 3 FipwmMm
KOTHITUBHUMKU pe3ynbTaTamu. [pubnmsHo 90 BiacoTkiB MyTauil
BMHMKalOTb de novo; y uneHiB CiM'i, gKi MaloTb Taky camy MyTauiio,
MOXYTb 6YTU BiACYTHIMM cumnTomn abo CMoOCTepiraTcs nerki Nposieu.
[lonaTkoBi reHn, siki 6ynu ineHTudikoBaHi, Ik MyTOBaHi y NaujieHTIB 3
deHotTnnom C[, BkatoyatoTb PCDH19, SCN1B, GABRA1, STXBP1,
CHD2, SCN2A, HCN1, KCNA2 ta GABRG2.

1. Hackinbxm nowmpermn cuHgpom
Apase?

CuHpapom [IpaBe Bpakae npubamsHo Bi oaHoro Ha 15 700 oo ogHoro
Ha 40 000 >XVIBOHApPOKEHMX AiTel. BBaXaeTbCs, LU0 Oro
MOLUMPEHICTb cepea, A0POCINX HEAOOLHEHa.

2. Konn BnepLue 3'aB/IsIFOTbCS CHMITTOMMU ?
MepwmM CMMNTOMOM € Hamaau, WO BMHMKaOTb MPOTSArOM MepLioro
POKY >XWUTTS, 3a3BMYail MK N'ATUM i BOCbMUM MicauaMu. [lyxe piako
Hanaau MOXyTb MOYMHATUCS Ha APYroMy poui >XMTTS. 3a3Buyait
nepwi Hamaam € ¢GebpunbHUMKM, BOHW MOXYTb OyTM sk
OAHOCTOPOHHIMM  (FeMIK/IOHIYHMMKM), TaKk | ABOCTOPOHHIMW.
CnpuaTnuei hakTopy, BKIOUaOUYM IMXOMaHKY/XBopoby, BakLUMHaLi0
Ta KymaHHS, MOXYTb CMPOBOKYBaTV NoAanbLui Hanaau, siki 4acto Bxe
TpuBani - TpuBaoTb noHag 10-15 xBuauH i iHOAI mepepocTaloTb Y
eninenTUYHUi cTaTyc.

MpoTAroM Apyroro poKy XMWTTA 3'ABNSAIOTbCS HOBi TUMM Hanmagis.
Eninencia ctae pedpaKkTepHolo, a NOpYLIEHHA HEVPOPO3BUTKY CTaloTb
OYEBUAHUMM: Y AITEN 3'ABNAETLCA HECTIiKa XOAa, MOBa MPOrpecye
NnoBifibHO, ApibHa MOTOpMKa pPO3BMBAETLCA MOraHo. [loBeaiHKoBI
pO3/aay BUHWKAKOTb Yy PaHHbOMY AWTUHCTBI, @ came: AediunT yBaru,
rinepakTUBHICTb, ayTUCTUYHI pUCK Ta TPYAHOLLi Y CTOCYHKaX.

3. Ski Tvrin HanagiB CriocTepiraroTbcs

npy cuHgpomi [pase?
[litv 3a3BuYali MaloTb Kiflbka TWMIB HamagiB. Hanaau MoxyTtb 6y
CrPOBOKOBaHi KiflbkoMa noApasHUKamu, BKJIOYAK0UM

JIMXOMaHKy/rinepTepMmito, ~ eMOUiMHWIA  CTpeCc abo  36YMDKEHHS,
MWUrOT/IMBE Ta KOHTPACTHE CBIT/IO 1 BidyaslbHi BE3EPYHKM.

CypomHi Hanaay CyaoMHi Hanaay MoxyTb 6yTn reHepani3oBaHUMU
TOHIKO-K/TOHIYHUMM, KIMOHIYHMMM Ta rEeMiKIIOHIYHUMM LLO MOXYTb
3MiHIoBaTH Bik.

leHepani3oBaHi  TOHIKO-KMOHIYHI  Hanagn MoxyTb 6ytn  abo
reHepanizoBaHVMM 3 Mo4yaTky, abo BTOPUHHO reHepanizoBaHUMK, 3
doKanbHUM MoYaTKoM, SKUA MoXe 6yTU KOPOTKMM i TOMY nerko
MPONYyLIEHNM, WO CKIAAAETbCS 3 ABOCTOPOHHBOIO, aCUMETPUYHOIO,
TOHIYHOrO CKOPOYEHHS, siKe MpU3BOAMTL A0 3MIHHOI NOo3u nig 4vac
Hanagy. Lis dasa Moxxe 6yTu 3MillaHa 3 KITOHIYHUMY MOCMUKYBaHHSIMU,
O MOYMHAKOTBCA 3 06/IMYYS | 3anyyatoTb KiHLIBKM acCMMETPUYHO Ta
ACMHXPOHHO, abo BiAGYBaTUCS Biapasy Mic/s LUMX peakLiii.
FeMikNoHIYHI HanaayM MOXYTb BpaXaTu 6yab-siky CTOPOHY Y OAHOro ¢
TOro X MauieHTa. Llein 3MiHHWIA MaTepH XapaKTepHWA AN CUHAPOMY
[pase i Moxe ByTV KOPUCHWUM ANst LiarHOCTUKK.

CynoMHi  Harmagu MoxXyTb 6yTv TpuBaiMMKM Ta nepepocTaTv B
eninenTnyHKi cTaTyc. Micns TpUBanMX reMiknoHiYHUX Hamnagais Moxe
3aNMLWATUCS NOCTIKTaNbHWUIA TPAH3UTOPHUI reminapes.

MioKMOHIYHI Hanaau

MioknoHiYHi Hanaay 3'SBNSOTLCA Y BiUi BiA 1-ro Ao 5-T pokiB. BoHu
MOXYTb OyTM hOoKanbHUMKM, 3a/yyalounm OCbOBi  M'S3M, iHOAJ
NPOSIBNSIOYNCH K PUTMIYHI PyXY FONOBM, LLO HA3WBAIOTLCS "KUBAHHAM
ronosu", abo pyk Ta nneyen; iHwWi MoXyTb GYyTM MacMBHUMM. BOHM
MOXYTb 6yTW i301bOBaHMMM ab0 BUHMKATU KOPOTKUMMK Knactepamu 3
[ABOX-TPbOX MIOK/IOHIYHMX NOCMUKYBaHb. MiOK/IOHIYHI Hamaau MOXYTb
6yTV CrOHTaHHUMM abo BUKIMKAHWUMK (DOTOCTUMYNSLIEID, 3aKPUTTAM
ou4ei, 3MiHOK IHTEHCMBHOCTI CBiT/a abo ikcallielo Ha Bi3epyHKax.
AbcarHcu

ABcaHCV MOXYTb 3'IBNSITUCS B Pi3HOMY Billi, abo Mi>k OAHMM i TpbOMa
pOoKaMK, pa3oM 3 MIOK/IOHIYHMMM Hanaaamu, abo nisHiwe - 3 5-Tv o
12-Tn pokiB. BoHM MOXYTb CynpoBOAXYBaTUCS MIOK/IOHIED MOBiK abo
IHWMMW BUP@XEHVMM MIOK/IOHIYHMMN KOMMOHEHTaMU. TaKoX MoXe
NpOSIBNATUACA CTaTyC abcaHCiB, WO NMPOrPeCMBHO BUHUKAE SIK TpMBane
NOpYLUEHHS CBIAOMOCTI Pi3HOI IHTEHCUBHOCTI.

DokanbHi Hanaan

BoHM MOXyTb 3'SBNATMCSA paHo, BiA 4-X MicsuiB A0 4-X pOKiB.
QokanbHi HanaguM MEpPEBaXHO CYNPOBOMKYIOTHCA MOPYLUEHHAM
CBiIOMOCTi Ta BUPaXXEeHUMMW BEreTaTMBHUMM cumnToMamu (6niaicTb,
LiaHO3, MOYEPBOHIHHS, 3MIHW AWXaHHS, CAMHOTEYa, MITAMBICTb).
Takox MOXYyTb 6yTVM nMpucyTHi dokanbHi Hanagn 6e3 MopyLUEHHS
CBiIOMOCTi, Taki sik BEpPCMBHI Hamaan abo KIOHIYHI MOCMUKYBaHHS,
0b6MeXeHi 0AHIE KiHLIBKOK abo OAHIEI0 NOMOBUHOIO 06AnYYs.
TOoHiYHI Hanaan

TOHIYHI HaNaaM He € TMMOBMMM | MOXKYTb 3'ABASTUCS MiJ Yac CHy Nicns
6-TW POKIB.

CTaH NpuTynaeHoi CBiAOMOCTi

BiH nongrae B NOpyLIeHHi CBiAOMOCTI, 3MIHHOMY 3@ IHTEHCUBHICTIO, 3
(parMeHTapHOIO Ta CErMEHTapHOI, XaOTUYHOK MIOK/IOHIED HU3bKOT
aMnNiTyau, WO OXOMJIOE KiHUIBKM Ta 06/1mM4ys, iHOAI NOB's3aHoLo 3i
cnnHoTeveto. MauieHT Moxke abo He MoXke pearyBaTi Ha MOAPA3HUKM,
3a/1eXHO Bif CTyneHs CBiAOMOCTi, a6o BUKOHYBaTW NpOCTi Aiji. Liel
CTaH MOXKe TpMBaTU roanHu abo AHi.



4. Yy noB'azanni cuHgpom fApase 3
6yab-AKMMH IHLUMMH ernnizienTUYHHMHU
CUHAPOMaMH?

Eninencii MoXxyTb 6yTW BM3HAYeHi SK CUHAPOMM Ha OCHOBI Pi3HWX
TMNiB Hanaais, EEM-natepHis, Biky moyaTky abo Ha OCHOBI BiAOMOI
MPUYMHK, @ TaKOX CyMyTHIX KoMopbiaHocTel (auB. iHWi npobnemu
Hwx4e). CuHApOM [lpaBe € CaMOCTIMHUM eninenTUYHUM CUHAPOMOM,
OCKi/IbKW BiH MA€ XapaKTepHi 03HaKu 3i cneundiyHUMN reHETUYHUMU
npuynHamu.

5. Hackisibkn 4acTo 3a3BmuYan Tpan/isiioTbCs
Hanagm rpu cuHgpomi gpase?
Hanap,M MOXYTb CTaTu Ay>Xe 4aCTUMU, 3 YNCINEHHUMU erli30,anVI Ha

OeHb, 0cobnvMBo abcaHCM Ta MIOK/IOHIYHI Hanaan. CyaoMHi Ta
dokanbHi HamaaM MOXYTb BWHMKATU KacTepamu, $IK MNpaBuIo,
CrMPOBOKOBaHI JIMXOMaHKOO abo CHOM.

6. Sk MOXKYTB 3MIHIOBaTHCS HanagM 3 4acom?
CyAOMHi Hanaay NPUCYTHI NPOTAOM YCbOrO XUTTS Y BCIX NaLjeHTIB, ToAi
SIK FeMIKJIOHIYHI Hanaay CTaroTb MEHL MOWMPEHUMHA 3 BIKOM, @ abcaHCHi
Ta MIOKJIOHIYHI Hanaau, SIK MpaBusio, 3 YaCOM 3HUKAKOTb.

TeMnepaTypHa YyT/MBICTb i, 3aranoM, pediekTopHi Hanaau 3a3Buyait
3MEHLUYIOTLCS 3 BiKOM.

Cy[OMHWI eninenTUYHMIA CTaTYC YacTille 3yCTPIYaETbCA B AUTUHCTBI, HidK
Y AOPOCITIOMY BILli.

7. SlKi iHWi npo6siemy, okpim enisiencii,
BIUVINBAIOTb Ha JIFO4€EH i3 CHHAPOMOM
Apase?

CuHpapoM [lpaBe € eninenTuyHoo eHuedanonaTiero Ta eHuedanonarieo
po3BuTKy. Lle o03Hauae, WO MOpYLEHHS PO3BUTKY BBAXXAETHCA
crpuunHeHnM  6esnocepesHbO MEHETUYHOIO MyTalield, a He Jvwe
€eniNenTUYHOID aKTUBHICTIO, sika MOXKe B Aesiki nepioan Cnpusitu perpecy
abo MoAanbLUOMy YMOBINIbHEHHIO HEMPOKOrHITMBHMX yHKLUIK. Cepis
KOMOpOIAHMX CTaHiB Br/MBaE Ha MalieHTIB i3 cuHapoMoM [lpase,
NMpUYOMY JIULLIE YAaCTKOBO Yepe3 HaBaHTaXKEHHS HanaaaMu.

KorHiTuBHI nopyLueHHs

KOrHITWBHI MOPYLUEHHA CMOCTEPIraloTbCA Yy Malbke BCiX MaLieHTIB,
30e6inbloro y NoMipHOMY A0 TSDKKOTO CTyneHs. Perpec TpannsieTbes
piaKko. Bi3yanbHO-MOTOpPHA iHTerpauis, BiyasbHE CrPUMHATTS Ta
BMKOHaBYi hyHKLIi 3a3BMYali NopyLLEH BinbLue, HX MoBa. Micns n'aTu-
WiCTb POKIB Mofasiblue KOrHiTUBHE TMOTipLIEHHS 3a3BUYaii  He
CNOCTEPIraETbCs, i MALIEHTV NOBIMLHO MPOrpecyoTb.

MopyleHHs pyxoBux ¢yHKLiN

[T NOYMHAIOTb XOAWUTU Y HOPMAJIbHOMY BiLli, ane MoTiM AEMOHCTPYIOTb
HECTIKy xoAy. Y 6iNbLLOCTi NaLiEHTIB o4eBMAHA YiTKa HellepebensipHa
aTaKCis, pa3oM i3 NoraHol KOOPAMHALIEID, TPEMOPOM i Au3apTpieto. 3i
3pPOCT@HHSIM  CMOCTEPIraETbCsl  MOMpPLIEHHST XoAM 3 TUMOBUM
«MpUCIAAOYMM»  TUMOM XOAM, LU0 XapaKTepu3yeTbCs 36iNblIeHM
3MMHAHHAM  CTEroH | KOMIH  Ta  JOpCasbHAM  3rMHAHHSM
rOMIfIKOBOCTOMHMX CyrnobiB  nNpoTaroMm  ¢asn  onopu Mnpu  XoAi.
MapKiHCOHIYHI O3Hakn (bpaanKuHEsis, aHTEKONIC, KaMMTOKOPMis)
TaKOX He € PIAKICTIO Y AOPOCIOMY BiLlj.

MopyLueHHs 3 60Ky MOBK

[iTVi NOYMHaIOTb FOBOPUTY TEX Y HOPMaslbHOMY BiLli, ane MOTiM PO3BUTOK
MOBW CrOBISTbHIOETLCA | 3a/MILAETbCA CnabkmM. KrnacuyHo npucyTHi
JIeKCMYHa BiHICTb Ta YacTi POHETUYHI 11 (DOHOMOMIYHI MOMUIIKUA.

[NoBeAiHKOBI Ta ayTUCTUYHI 03HAKM
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MoBepiHKOBI NpobnemMu CTaHOBNSTb OCHOBHY Mpobnemy y 6inbluoCTi
nauieHTiB, 30KpeMa, 4acTo CcrnocTepiraloTbCs AediuuT yBarn Ta
rinepakTuBHiCTb.  oraHe po3yMiHHA Ta cnabki  BepbanbHi
KOMYHiKaUiMHi HaBWMYKM 3HAYHOKO MipOK CMpUSAIOTb MOTipLIEHHIO
coujianbHNX BiAHOCWH, 0cOHNMBO B NiAMITKOBOMY BiLli. X04a ay TUCTUYHI
03HaKM MOXyTb CroCTepiraTics, npoTe nuwe y HebaraTbox AiTen
(PaKTUYHO BUSBNSETLCS ayTH3M.

CoH i xapuyBaHHS

Y 6inbwocTi nauieHTiB i3 C[ cnocrepiratoTbca NpobnemMn 3i CHOM,
0Cc06/IMBO MOPYLIEHHS MepexoAy MK CHOM i npobyaxeHHsM Ta
TPpyoHOWi 3  MIATPUMAHHAM  cHy. [lpobnemn 3  aneTuToM,
YHVKaHHS/0BMeXeHHs1 npuitoMy ki Ta TPyAHOW 3 Xap4yyBaHHSM
TAKOX Y4acTo MaloTb MicLe.

CkenetHi aedopmayii

MoxyTb 6yT1 NnpucyTHi AedopmaLlii CTonu, TOpCist BEIMKOrOMINKOBOI KICTKK,
BHYTPILUHS poTauia cTerHa/demMopanbHa aHTeBepCisi, CKOSIo3.

8. SIKi € BapiaHTH JliKyBaHHSI CUHAPOMY
Apase?

JlikyBaHHSI € CUMNTOMaTUYHMM i CnpsiMOBaHe 34e6i/bLIOro Ha KOHTPOJb
HanagaiB. Ha »anb, Maiixe y BCiX NaUiEHTIB Hanaam € Pe3UCTEHTHUMM i,
SIK MPpaBW/O, MPUCYTHI MPOTSArOM YCbOrO >XWTTS; OAHAK 3HUXKEHHS
4YacToTW Hranagis Befe A0 Kpalloi SKOCTi XWTTS Ta BULLOMO PiBHS
NOBCAKAEHHOI aKTUBHOCTI.

Mg yac HEMOBNSYOro Ta AUTAYOrO BiKY YHUKHEHHS MEBHWUX TpUrepis
HanaziB Moxe 6yTV KOPUCHUM, HanpyKag, 3anobiraHHs pi3KMM 3MiHaM
TemnepaTypu Tina abo MiHiMi3auia CTUMynsUi CBITHUX Ta 30pPOBUX
naTepHiB.

Micns  BCTaHOBMEHHS  AjarHO3y nigxia A0  NpOTUHaNazoBUX
npenapartiB NOBVYHEH BUKJIOYATK NpenapaTy, Wo 610KyoTb HaTpieBi
KaHanM, Taki sk kapbamaseniH Ta oro aHanorn (okcapbaseniH Ta
ecnikapbaseniH), NamMmoOTpUMKUH i (eHiTUH, sIKki BigoOMi TuM, WO
MOoripLUIytOTb YacTOTy CYAOM i KOTHITUBHWMI cTaH. IHWIi npenapaTty,
AKUX TaKOX CMiA YHUKaTW, BKIOYalOTb BirabatpuH, TuarabiH,
nperabaniH i rabaneHTuH.

MpuUIHATI NpenapaTy NepLLOT MiHii BKIoYaloTb knoba3am i Bannpoesy
KUCMOTY, SKi MOXYTb OYyTW MO€AHaHi 3i cTipuneHTonoM. KopucTb
TaKOX Bif3HayYeHa Npu 3aCTOCyBaHHi Tonipamary, NieBeTupaleTamy,
KETOreHHOI Ai€ETM Ta cTuMynauii 6nykatouoro HepBa. OeHdnypaMiH i
KaHabigion HegaBHO nokasann  eeKTUBHICTb Y KJHIYHMX
LOCNIIKEHHSAX.

9. SIkn¥i HeBIgKIaAHNA MPOTOKOJ1 Jiv npn
Hanagax?

MpOTOKON i Y HAZI3BUYANHMX CUTYaLLiSIX FOTYETLCS iHAMBIAYANbHO
[N KOXXHOMO MaLjieHTa Moro nikapsimMu.

10. Lo s1 MO)Ky 3anuTarTH y CBOro
Jlikaps abo cneyiasicra 3 eniserncii?

- MepcoHanizoBaHuii NnaH HafaHHS HEBIAKNAAHOI AOMOMOY NpY TPUBANUX
abo KnacTepHUX Hanagax.

- Mob6iyHi edekT MeanKaMeHTiB, 0COBMBO NPy 3MiHi NlikyBaHHS
- FeHeTnYHe KOHCYNbTYBaHHSA
- B3aemogis 3i wkonoto abo konemkeM Ans NiATPUMKK Mif Yac HaBYaHHS

- MNoTpebu nauieHTa, onikyHa Ta poboToAaBLSs, BKIOYaum
HeMpOonCUXOMOriYHy OLIHKY, PEKOMEHAALLiT, MOX/IMBY NCUXIATPUUHY
NiATPUMKY

- IHAvBiAyanbHWiA NaH peabiniTavii

- KoHTponb pu3nkiB panToBoi HecnoaiBaHoi cmepTi npu eninencii (SUDEP)

U151 3BEPHEHHS 3a MigTPHUMKORO MaLiEHTIB:
€Bponericoka gpegepayia cnHapomy Apase
www.dravet.eu

info@dravet.eu

NiaTpuMka EBponelicbkolo KoMicieto BUpoBHULTBA L€l Nybnikauii He 03Ha4Ya€e CxBaneHHs i 3MiCTy, sikuii Bigo6paXkae nviie nornsam aBTopis, i
Komicist He Hece BiaNoOBiAanbHOCTI 3a ByaAb-sike BUKOPUCTaHHS iHcopMaLlii, Lo MICTUTLCS B Hild.
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