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AkryanbHictb. [pobaemMa paHHbOI fiarHOCTUKM OpdhaHHHX (PiAKICHKX) 3aXBOPIOBaHb € aKTyasibHOIO 415 BinbloCTi KpaiH cBiTy. B ocHosHO-
MY Li 3aXBOPIOBAHHS € HaJ3BUYAHHO PiOKICHUMM B MOMyAsLUii i Bifl yacy nosiBM NepLIMX CUMNTOMIB 4O BCTAHOBJ/IEHHS [iarHO3Yy MPOXOAMTH
Aekinbka pokis. Maike 80% opdaHHnx 3axsoptoBaHb nepebiratoTb 3 ypaKeHHAM HepBOBOI cUcTeMU. Bigainerts ncuxonesponorii AY "lHctu-
TYT nepiatpii, akylwepcTsa i rinekonorii im. akag. O.M.Jlyk'aHosoi HAMH Ykpainn" 3alimaeTtbcs npobiemMoio opcaHHux 3axsoptosadb 3 2012
POKY i Ma€ 3HaUHWW AOCBIf IX [iarHOCTHKK Ta NiKYBaHHS y AiTeu.

Merta po6otu. Metoto gocnimkeHHs Byno HaBecTH NPUKNAZ CKNBHOCTI KNIHIYHOT AiarHOCTHKM Ta iHTepnpeTauii OTpUMaHKX JaHWX Medu-
KO-reHETMYHOr0 LOCNIMLKEHHS METOLOM eK30MHOro cekseHyBaHHs (WES) y AUTHHM 3 eninentuuHoto eHuedanonarieto, 3aTpUMKOI0 PO3BUTKY,
AU3MOP(HCHHAPOMOM Ta CTPYKTYPHUMH 3MiHamMu Ha MPT.

Marepianu Ta MeTogu. 36ip aHamHe3y, 3ara/bHOKIHIYHWIA Ta HEBPONOTiUHMI ornag, Biaeo-EEM MOHITOPHHT Mig yac HIYHOrO CHY, MarHiTHO-
pe3oHaHcHa ToMorpadis rosiosHoro Mo3sky (3,0T), enektpoHerpomiorpadisi, noBHoek3oMHe cekaeHysaHHs (WES).

Pesynbrartu. Xnonuuk [. 3 pok1 nocTynue 3i ckapramu Mamu Ha 3aTpUMKY Y AMTUHW CTaTo-KiHETMYHOIO Ta NCHXO-MOBHOIO PO3BMTKY, enifen-
THUHi Npunagku. MepuHaranbHui aHamMHes He 0BTskeHnH. CTaTo-KiHETUUHWMI Ta ICMXOMOBHMI PO3BMTOK 3 3aTpUMKOt0. Bys npooneposaHmi 3
npvBoAYy ABOBIYHOrO KpUNTOPXi3My. B comaTuHOMy cTaTyci - 03HaKu BinKoBo-eHepreTuHol HegoctaTHocTi (Bara 12 kr). OsHaku Au3Mop-
theuHapomy y Burasagi Makpouedanii (>2SD), rauboko nocamkeHi ouHi sOyKa, HaBUCAHHS BEPXHbOT MOBIKHW, CTpabiaMm, BIAKPHTI Hi3gpi,
MiGHATHM Hic. B HeBponoriyHOMy cTaTyci - AUTHHA B CBIZOMOCTI, BUKOHYE OKpeMi IHCTPYKLii, NoBTOpIOE cnosa. 36ixHa kocuHa Binblue cnpasa.
ToHyc M's3iB 3HMxKeHiH D=S, Binblue B HUXKHIX KiHLiBKax. CyxOxXwW/bHi pedhNeKCH 3 BEpXHIX KiHLiBOK BUKIWKaloTbcs, D=S »usi. Konini
pedhnekcu He BUKNUKaloTbes, D=S. Xopa ataktnuna. Cumntom babincbkoro HeratusHui D=S.

Pesynbraru. Mpu nposeaeHHi EEM-MoHITOPHHTY HiuHOTO CHY ByN0 BUSBAEHO eninenTUdhOPMHY aKTHBHICTb, PEECTPYETHCS YBi CHI B LEHTpa-
NbHO-TiM'siHI oBnacTi. KoMnaekcu roctpa-nosinbHa XBuAs, LWo MOpgooriuHo NoAiIGHI 40 AOBPOSAKICHUX eniNenTUOPMHUX NaTEPHIB AUTH-
HcTBa. 3a faHumu EHMT - natonoriunx amin He susisneHo. Mpu MPT gocnigyeHHi ronoBHOro Mo3ky cybeneHaumanbHo GiuHMM LyHOUKaM
03HaKH reTepoTonii Cipoi PeYOBHUHW rOJIOBHOTO MO3KY.

Mpw reHeTnuHomy aocnimkeHHi metonom (WES) 6yno suseneHo mytauito rery SON ¢.5887C>T(p.Arg1963Cys), uio moxe 6yTh acoujiio-
BaHO 3 ayTOCOMHO-OMIHaHTHWUM cuHapoMoM Usky-Tokita-TakeHyui-Kim i BigHeceHo nabopartopieto [0 BapiaHTy HEBU3HAYEHOrO 3HAUEHHS
(VUS - variant of uncertain significance).

BHUCHOBKH. [eHeTUUHI AOCAIMKEHHA OOCTYMHI | BIKPUBAIOTb HOBI MOXIMBOCTI [iarHOCTUKM OphaHHKX 3aXBOPIOBaHb, ane notpebyioTh
rpamMoTHOI iHTepnpeTaLii KniHiyHoro daxisus. Mlicns OTPUMaHHS Pe3yNbTaTiB BXK/IMBO CMiBCTABUTH OTPUMAHWK pe3ysibTaT i KNiHiYHi 03HaKK
onMcaHoro cuHapoMy. TinbKW Npu BiANOBIZHOCTI KNIHIYHMX NPOSIBIB Ta PE3Y/bTATIB FreHETUYHOrO JocnimxeHHs (Hanpuknag VUS) mu moxxemo
FOBOPUTH, LLLO AaHa MyTallisi € eTioNoriyHMM pakTopoM 3axXBOploBaHHA. B HawwoMy BUnagKy KiiHiuHi 03HaKM cniBnaganu 3 onucaHumu B 2015
poui nepLoBifKpHBaYaMn cuHapoMy Yxy-Tokita-TakeHyui-Kim, i TOMy reHeTHuHe LOCAILYKEeHHS ONOMOT/IO BCTAHOBMTH OCTaTOYHWM LiarHO3.

PO3MOBCIOAXXEHICTb MAJNNIHHA PI3BHUX 3ACOBIB JIOCTABKHU TIOTIOHY
Yy CIM'AX 13 AITbMU B OAECbKOMY PETOHI
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Bcryn. BOO3 Beaxae eniemito BXMBaHHS TIOTIOHOBMX MPOAYKTIB OAHIEI 3 HaMMaclTabHiWMX 3arpo3 rpoMadcbkoMy 3a0pos'io. MMo-
LIMPEHICTb aKTUBHOTO KypiHHs B YKpaiHi carac 42% cepep yonosikis Ta 14% cepen xiHok. B YkpaiHi HeiHdheKLilHi 3axBoploBaHHs, NoB'A3aHi
3 KyPIHHAM TIOTIOHOBHX NPOJYKTIB, LLIOPIYHO NPH3BOAATL A0 3arkbeni 122,9 tuc. oci6. Bansbko 10% Lmx cMepTel € pe3ynbTaToM BIMBY BTOPHH-
HOrO TIOTIOHOBOrO AMMY. HeraTWeHi HaC/ifikK BMIMBY NaCMBHOTO KyPiHHSA HaNOINbLL BUpaXKeHi cepe HEMOBNSAT i iTel MOMOALLOTO BiKY.

Merolo fochnifkeHHs ByN0 OUIHWTH iCHYIOUYY NOWMPEHICTb MPUXMABHOCTI A0 NaNiHHA Cepef CiMen i3 A4iTbMW NepLInx 5 pokis XUTTS,
BK/ItOYAIOYM BUKOPUCTAHHS Cy4acHUX NpUNagiB JOCTaBKH HIKOTHHY.

Marepianu Ta Metogu. Hamu 6yno nposefieHo onuTyBaHHs, B skoMy B3sin yuacTb 500 pecnionaenTis. KpuTepiem BKIIOUEHHS Y BOCTIIKEH-
Hs OyB BiK AMTUHM B CiM'i MeHLLE 5 POKIB, KPHUTEPIAMK BUKJTIOUEHHS - HAPOIPKEHHS AUTHHW NepeayacHo (rnMboKa HeOHOWEHICTb) Ta HasBHICTb
Y AMTHHU NPUPOIYKEHWX Baj PO3BHTKY Ta CMAZKOBMX 3aXBOpioBaHb. byno npoaHanizosaHo 414 aHker, Lo BiANOBIAANM KPUTEPISM BK/IOYEHHS.

Pesynbrartn. Yactka Matepis, siKi nannau oo saritHocTi, cknana 22,46 (n=93, 95% Al 18,71 - 26,73) %, nig yac saritHocTi - 10,87 (n = 45;
95% 0l 8,22 - 14,24) %. Y | pumectpi nannno 53,33 (n = 24; 95% [ 39,08 - 67,06) %, y lll pumectpi - 13,33% (n =6, 95% Al 6,26 -
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26,18) % »ivok. Mpotarom yciei saritHocTi nanmno 20 (n =9; 95% [l 10,90 - 33,82)% pecnoHpeHTok. MepesaxkHa GinbLuicTb XIHOK, L0 Nau-
M, 6yna y siui 25-30 pokis, npu ubomy 69,2% 3 HUX ManK BHLLY OCBITY. PO3NOBCIOMKEHICTD TIOTIOHONAIHHA Cepef XIHOK NiCNS HAPOKEHHS
ovThHM carana 23,91 (n=99, 95% [1 20,06 - 28,25) %. XKinku, sxi nanuam fo BariTHOCTI Ta nif uac Hel 3 BibLLIOKD HMOBIPHICTIO NPOAOBXYBa-
M BXXMBATH TIOTIOHOBI NPOAYKTH Nic/is nosisu auThHM B cim'i (BLU 190,40 [95% [I 80,50 - 450,37] Ta 33,48 [13,57 - 82,57] signosiaHo). Mo-
LIMPEHICTb KYPIHHSA Cepef POAMUIB, AKI MELLIKAIOTb Mif OfHWAM [axoM 3 AuThHolo, cknana 42,75 (n=177, 95% Al 38,08 - 47,56)%. Kypitna
iHLMX Y/IEHIB CiM'T HEraTMBHO BAIMBA/IO HA NPUXMABHICTb NASIMTH CEpes MaTepiB, AKi 3 BinbLuoto MMOBIPHICTIO Nanuau o saritHocri (BLU 22,88
395% 0l 11,04 - 47,41), nig uac saritHocri (BLL 10,88 3 95% Al 4,50 - 26,36) ta nicns octanxboi (BLU 92,44 3 95% Al 28,50 - 299,83). Micns
BariTHOCTI XIHKM 3 OJIHAKOBOIK YacToTol BUKOpHcTOBYBanM 3aimucTi (51,52 [95% [M 41,80 - 61,23] %) Ta He 3aiimucTi (48,48 [95% U
38,88 - 58,20] %) TioTIOHOBI BUPOOH. IHLLI UNEeHU POAMHM YaCTiLle CNOXKMBAAW TIOTIOH Ans KypiHHa (86,44 [95% [OM 80,62-90,72]1%), Hix
eNeKTPOHHI curapeTu. binbuw Hix 5% poauuis Gym cnoxuauamk KOMBIHaLT KNACHUHKUX TIOTIOHOBMX Ta €IeKTPOHHUX curaper. Yci Kypui, ki
CNOMMBA/IM €NEKTPOHHI NPUCTPOIT JOCTABKM HIKOTUHY, 3 BiNbLLOIO BIPOriAHICTIO Na MKW BAOMA, Hix No3a Mexamu npumitienHs (BLU 5,33 [95%
[N 0,53 - 54,04] 1a 36,36 % [95% AW 22,19 - 53,38] npotn 9,8 % [95% AU 6,03 - 15,55]).

BucHoBkM. [lowmpeHicTb naniHHa y ciM'six 3 AiTbMu € 3HauHoto. [liTh 3a3HaloTb BNAWBY BTOPMHHOTO TIOTIOHOBOIO MY BXKe Ha eTari aHTe-
HaTa/IbHOro PO3BHTKY, NPOLOBXKYIOUW OTPUMYBATHU HEraTUBHMIM €IEKT NACUBHOIO NasiiHHA NiCAA HAPOMXKEHHA Y BUNAAKaX KypiHHs MaTepi abo
iHLIKMX YNEHIB POAMHM.

rOCTPUU ®IEFMOHO3HUX ANEHAWULIUT Y AUTUHHU
3 MYJIbTUCUCTEMHUM 3ANAJIbBHUM CUHAPOMOM, ACOLIIMOBAHUM
I3 KOPOHABIPYCHOIO XBOPOBOIO COVID-19 (MIS-C)
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Y nepeBaxkHOi BINbLIOCTI AiTel 3aXBOPIoBaHHS, WO cnpuiuHeHo KopoHasipycoM (SARS-CoV-2), mae 6inbLu nerkui nepedir, HixK y fopoc-
nux. MpoTe i3 NPOOBXEHHAM NaHaeMil y BCbOMY CBiTi, 30iMIbLLYIOTbCA NOBIAOMIEHHS NPO BUSBNEHHS CUHAPOMY HAJMIPHOT 3ananbHoi peakuii
(MIS-c - multisystem inflammatory syndrome in children). 3a ouinkamu MIS-C 3yctpivaetbea y 1/100 000 HaceneHHs y Biui go 21 poky. Cepea
NaLEHTIB i3 MyNbTUCUCTEMHWM 3anasibHUM CUHAPOMOM ONMMCaHi BUNaKW rOCTPOro aneHauumMTy. Mu Takox XoueMo NOAINUTHACS BUNAAKOM, LLO
MaB MiCLie B HalLil KAiHiLj.

Xnonuuk 11 pokiB HAZIMLIOB B KNiHIKY A0 OHUTSYOrO XipypriyHOro BiAZiNEHHS i3 CKapramu Ha MifiBULLEHHS TeMNepaTypu Tina 40 BUCOKHX
theBpubHUX Lrdp, BonamMu B XXWBOTI. BullesasHaueHi ckapru 3'aBUnKCS 3a 2 AHi [O HAAXOKEHHS Y KAiHiKy. B npuiimanbHoMmy BiggineHHi
OrNISIHYTUW YEPTOBUM XipYpProM, BUCTAB/IEHWH [iarHO3: rocTpui aneHauuuT. MpoBefeHO aneHaeKToMIo: rOCTPUIM (PNErMOHO3HUM aneHauLuT,
THIWHWUM NEPUTOHIT NiATBEPAYKEHHUH NATOriCTONOMNYHUM LOCIAXKEHHSIM,

3 aHaMHe3y BifoOMO, WO 3a 3 TWXKHI ToMY AuTUHa nepexsopina Ha Covid-19, nerkuit nepebir. B paHHboMy nicnsionepauiiHomy nepiogi au-
TUHA NPOJIOBXKYBA/IA IMXOMAHHTH 10 BUCOKMX dheBpunbHux umudp (38-390C), 36epiranvcs nposeu iHTOKCUKALIHHOTO CHHAPOMY, 3rofloM 3'siBu-
nncs Goni B cyrnobax, rinepemis Ta BUpaxkeHa COCOUKOBICTb A3MKa, 30iMbLUeHHS Ta GOMIOYICTb WWHHOT rpynu NiMaTuHKX By3NiB 3/iBa. Bpa-
XOBYIOUM HasiBHICTb B aHaMHe3i iHdeKuii Covid-19, AUTMHA NPOKOHCY/IbTOBaHA AMTAYMM iHdeKLioHicToM. MposeaeHo noobctexenHs: DA
IGM SARS-COV-2 - noautueHi, IOA IGG SARS-COV-2 - noautueHi. B 3aranbHomy aHanisi Kposi cnocTepirascs 1eUKOLUTO3 3 HEUTPOiNbO-
30M Ta abcontotHa nimdouuTtonenis, npuckopere LLIOE, Tpombountos. Byio Takox BuABAEHO 3HauHe 36iNbLUEHHS NPOLMTOKIHOBUX MapKepiB
3anafeHHs: A-aumepy, hepputuHy, IL6, NoMITHO NifBMLLEHUHA piBeHb NPOKabLMTOHIHY Ta MO3KOBOrO HaTpikgiypetuuHoro nentugy. EKI Ha
MoYaTKy 3aXBOPIOBaHHS NOKa3ana Npasu/bHWIA CHHYCOBMH PUTM, AMAY3HI MeTaboNiuHI NnopyLIeHHs B Miokapai (HeraTueHui 3ybeub T 8 V1-V6),
Ha HacTynHux EKI cnoctepiranacs nosutieHa auHamika. [UTHHa NPOKOHCY/IbTOBaHA B HAYKOBO-MPAKTHYHOMY LIEHTPI AWTAYOI Kapaionorii Ta
kapaioxipyprii npn MO3 Ykpaihu: ABOCTY/IKOBHI aopTanbHuil KnanaH. Ha MoMeHT ornisifly KopoHapHi apTepii 6e3 ocobausocteit. MpuaHadeHa
MOBTOPHA KOHCY/bTaLis yepes Micslb. Ha nigctasi BulLe3a3HaueHnx CUMNTOMIB UTUHI OYB BUCTaBNEHHI [liarHO3: MY/IbTUCMCTEMHUI 3anasibHui
CHHAIPOM, acolitoBaHHK 3 KopoHasipycHoto xeopoboto COVID-19 (MIS-c). Heralino 6yna posnouata Tepanisi BHYTPilLHbOBEHHHM iMYHOI0-
6ynitom G B go3i 1r Ha kr macu Tina. Ha 6 noby autvHa 6yna nepesedeHa 4O NEAiaTPMUHOTO BIiAAiNEHHA, N NPOAOBXKMIA /iKYBaHHS,
BigmiuaeTbes crilika HopManisauis Temnepatypu Tina yepe3 36 roguH Bif BBEefEHHS OPYroi 103M BHYTPIlLHBOBEHHOTO iMyHOrobyniHa G.
TaKox X/I0M4YMK OTPUMYBAB eMMiPHUUHY aHTHOaKTEpiabHY Tepanito: LedanocnopiHu 3 NOKONIHHSA, aMiHOTiIKO3WaK 3 NOKONIHHS, METpOHIAa3on,
auertuncaniuunosy kucnoty (ACK), meTtinnpeaHisonoH, HU3bKOMONIEKYISIpHI renapuhu (eHokcanaput). Ha ambynatopHuit eTan nikysaHHs au-
THHA BMNMCaHa i3 PEKOMEHJALISMU NPOLOBXKEHHS MOCTYNOBOTO 3HWXKEHHS CUCTEMHKX T/IOKOKOPTMKOCTEPOILiB Ta NPOJOBXKEHHS NPUIOMY
ACK no Hopmanisaujii pisHs TpoMBOLMTIB.

Omxe, 3HaHHs ocobnmBocTel nepebiry MIS-c y pitel (0cobnMBo SKILO BiNb B XXHBOTI € CKNAJ0BOIO YACTUHOIO CKApr XBOPOro) BaX/IMBO AK
ANs Xipyprig, TaK i ans neniatpis - 60 HanalTOBYE Ha peTenibHe 0BCTEXEHHS AiTel Ha npeaMeT XipYpriYHHX YCKAAAHEHD, & CaMe aneHAUUMTY
abo nepdopadii.
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