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3HOBY MPO MACKM o
MIOMATUYHOIO CUHAPOMY
Y IITEWN

Y cratTi onncaHo cknaaHu KiHiYHWI BUNaaok 12-pidyHoro xaon4mka 3 atm-
rnoBuvM rnepebiroM MiornaTMYHOro CUHAPOMY, KU MPOSIBASIBCS MYJIbTUCHC -
TEMHUMY CUMITOMAaMM, BK/TOYHO 3 M’SI30BOK C/1a0OKICTIO, LLKIDHUMM rPO-
sBamMu, 3aTPUMKOIO POCTY, O3HaKaMy CUCTEMHOIO 3arnaieHHs, nosieHg0-
KPUHOMATIEIO Ta YPaXEeHHSIM LLTYHKOBO-KULLIKOBOIro TpakTy. JiarHocTtvka
6yna ycknagHeHa 6aratorpaHHICTIO KJTiHIYHMX MPOSIBIB, BiACYTHICTIO TUMO-
BOIo niaBULLIEHHS KPEAaTUHMOCHOKIHA3M, 3MiLLIaHM POGIieM ayToOaHTUTI
Ta HU3bKOK MPUXWIIbHICTIO POANHU [10 06CTEXEHHS. OCTaTOYHWIA giarHo3
BCTAHOBJIEHO HA OCHOBI 3iCTABJIEHHS KJTIHIYHVIX MPOSIBIB Ta pe3ybTaTiB re-

HeTN4YHOro TecTyBaHHs.

Barato po3aymiB CTOCOBHO CUCTEMHUX YPaXEHb
y AiTeN, WO cynpoOBOAXYOTLCA M’930B0OI0 cnabkic-
Ti0, Ny6NiKyETbCSA B Cy4acHii HayKOBil niTepaTypi,
MU TEX HEeOOHOPa30BO 3BEPTANNCS A0 LbOro nu-
TaHHe [3-5]. MpoTe KOXHUI HOBUIA BUNAA0K MOXe
OyTn HOBOIO 3araZikoio, HOBOIO 3a4a4et0, CKIagHo
Ons po3e’a3aHHsa. Cepen 4acTux NPUYUH M’a30BOi
CnabKocTi Po3rnaAaeTbCa eHO0KPMHHA NaToNoris.
Ane Ha ii NposBM MOXYTb HaknagaTucs CUMNTOMM
IHLUNX ypaXXeHb, CKNagalymn 3aragkoBuin Bi3epyHOK
iHOMBIAYaNbHOT KNIHIYHOT KAPTUHU Y KOXKHOIO XBOPO-
ro[1,9, 14, 15]. NoroBopnmMo Npo piagkicHy naTono-
rito, Ika MOXe 3yCTPITUCS B HALUINM KNiHIYHIA NpakTuL,.

AYTOIMYHHUN NONIEHOOKPUHHUN CUHLOPOM
1-ro Tuny (ATEC-1) € ayTOCOMHO-PELECUBHOIO
CMagkoBO NMaTosIorielo, WO BKJOYAE Han4YacTiwe
XPOHIYHU KaHOMA03 WKiPpU Ta CIM30BUX 0O0I0HOK,
HaQHWPKOBY HeOOCTaTHICTb i rinonapatupeos [2].
MowwupeHicTb AMEC-1 MmakcumanbHa y reHeTU4YHO
i3onboBaHux nonynsauiax (oo 1:6500-1:9000) i ko-
JINBAETLCH B LLUMPOKUX MeXax, 3a/eXHO Bif, KpaiHu
(y @innsanaii 1/25 000, y dpaHuii 1/500 000) [4, 7].
XBopoba € HacnigkoM MyTauii B reHi ayToiMyHHO-
ro perynsatopa (AIRE, 21g22.3), sakuin 6epe y4acTb
y MexaHi3Max iMyHHOI TOJIepPaHTHOCTI, a caMe y He-
raTUBHIM cenekuii aytopeakTuBHux T-nimbounTis
y TUMYCI, nimpaTnyHmX By3nax i cenesiui. Moro my-
Tauii Npru3BOaAATb 40 NOPYLUEHHS MEXAHI3MY ekcnpe-
Cii HOpMaNbLHOro aHTUreHy, YTBOPEHHA aHOMab-
HUX KJTOHIB iIMYHHUX KJITUH | @yTOIMYHHOIO ypaxeH-
HS PiBHMX OpraHiB. BpaxoByoum TMnN ycnagkyBaHHS,
Yy XBOPUX BUABNAETLCA 3a3BMYaii ABOasesibHa (romMmo-
31MroTHa) myTauid.

Y nauieHTiB 3 pisHUMU MyTauigMmu B reHi AIRE
BUABMEHI acouiaLii 3 TUMU 41 iHWUMUN KNIHIYHUMW
nposeamu [2]. Binbw 4yacTte cnocTepexeHHs neB.-
HUX MYTaLin y Pi3HUX NONYAALIAX CNPUSE Pi3HIA Xa-
paKkTeEPUCTUL KOFrOPT XBOPUX Y PIBHNX KpaiHax. Xo4a
npeHarasjbHa AiarHoCTuKa He NPOBOANTLCH, POAM-

4Yam XBOPOro PEKOMEHAYETLCH reHETUYHA KOHCY b~
Tauis. CTaHoapT reHeTUYHOro TEeCTYBaHHS NpWU il
xBOpoOi ajie cborogHi nuwe y MpaHuii, 1oro Mox-
Ha nobauynTu 3a nocunaHHamMm www.orpha.net/en/
disease/detail/3453.

MaToreHesa xBopobu cknagHuii. Y HOpMi pery-
natop TpaHckpunuii AIRE ekcnpecyeTbca B meay-
NAPHUX eniTenianbHMX KNiTuHax Tumyca (MTEC), ne
MOCUJIIOE EKCMPECI0 aHTUMEHIB TKAHWH | HEraTUBHY
cenekuio aytopeaktnsHux T-nimdouuTis; npun AIRE-
LediunTi Ui KNiITMHX BUCANU3atoTb Ha nepudepito i BU-
KMKalTb TKAHUHOCNELMdiYHNIT ayToiMyHIiTeT. Boa-
HOYac MOPYLUYETLCA TONEPAHTHICTb B-nimdouuTis,
CUHTE3YETbCH LWNPOKNI penepTyap BUCOKOADIH-
HMX ayToaHTUTIN. 3a3HayeHe NPU3BOAUTL A0 PO3-
BUTKY YNCNIEHHUX OPraHHUX YPaXeHb i Pi3HUX ayTo-
iIMYHHUX XBOPOO YU KJiHIYHO CXOXMX HA HUX PEHO-
Tunie [7, 11, 12].

Ha cumnToMokomMnnekc XxBopobu Ta BUPAXEHICTb
KNiHIYHUX NPOSBIB BMMBAIOTb 9K FEHETUYHI MOAU-
dikatopu reHa AIRE, Tak i enireHeTUYHI YNHHUKN
(nereHeBuin Mikpobiom, GakTopn HaBKOJULLIHBOIO
cepenosuLla TOLWO).

[Mepwinpossn 3axBOpPOBaHHSA (3a3BMYa kKaHOW -
[03) NPOSABNSATLCS We Yy MONOoALWOMY AUTUHCTBI,
iHWIi pO3BMBAOTLCS MNOCTYNOBO. KaHaMAO03 ypaxye
OinbLLO MipOtO CNM30BY 060I0OHKY POTOBOT MOPOX-
HWHW, HIrTi, piglue — cTaTesi opraHu, i 30BCIM pig-
KO — LWKipy. HanbinbLw nowmpeHm ayToiMyHHUM €H-
OOKPUHHUM YPaXxeHHaM € rinonapatnpeos (79-96%
BMUMNaaKiB), WO NPU3BOANTb A0 PO3BUTKY CYLOMHO-
ro CMHAPOMY. HagHMpKOBa HEQOCTATHICTb KJiHIYHO
NPOSBASETLCS MPU OAHOYACHOMY AediunTi MiHEpa-
N0- | FIIOKOKOPTUKOIAIB (78% Bunaakis). XpOHiYHMN
rinoOKOPTULLM3M CnoYaTky Npu3BOAMUTb A0 rinepnir-
MEeHTaLi WKipy, 3MEHLLIEHHS Macu Tina, nepioany-
HUX cMMnToMiB obcTunauii Ta/abo piapei, apTepi-
anbHOI rinoTeHsii [2, 7, 8]. XapakTepHumn nabopa-
TOPHMMM O3HAKAMW MO0 € rinornikemisi, 3HMXEHHSA
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BMICTY KOPTM30J1y Ta afibJOCTEPOHY B KPOBi. MOX-
NMBa HELOCTATHICTb IEYHUKIB. Pigule BigmivyaioTh Ly-
KpoBuiA fiabeT 1-ro Tuny, ayToiMyHHUI TUPEOIQNUT,
rinodisuTt. nga rinotnpeody npu ayToiMyHHOMY TU-
peoianTi B MexXax LbOoro 3aXBOPIOBAHHA XapakTep-
Hi MikcegemMaTo3He 061144, OCMMNNICTb FONOCY, CY-
XiCTb LWKipW, BUNaAiHHA BONOCCS, HagMipHa Maca
Tina, NOPyLWEeHHS MOTOPUKM LLJTYHKOBO-KULLKOBOIO
TpakTy [8]. Mig yac ornagy ANTUHM MOXHA BUSIBU-
Tn 6paguvkapmito, 3HnxXeHHs pedpnekcie. Kpim eHpao-
KpuHonarin, npyn AMNEC-1 yactumu € i HEEHOOKPUHHI
NPOsiBY, CePen AKX NepeBaxaroTb iHLWi ayTOIMYHHI
XBOPOOU: aTPOdiYHNIA racTpUT, YPaKeHHS KULLEYHW-
Ky 3 Manbabcopbuieto, ayToiIMyHHUIA renaTuT, ano-
neuis, BiTUniro, rinonnasia 3ybHoi emani, AMCTpO-
dig HirTiB, kepaToOKoH’IOHKTMBIT. MpoTe npu AMEC-
1 onucaHii 6inbLU PiAKICHI ayTOIMYHHI 3aXBOPIOBAHHS:
pPEeBMaToNOrivyHi, HUPKOBI, NY/IbMOHOJIOrIYHI Ta re-
maTonoriyni [10, 13]. ATpodis cenediHkn nigBuLLye
MMOBIPHICTb PO3BUTKY Y MaLIEHTIB TAXKUX iHpEK-
L. IcHye Bucoka BapiabenbHICTb KJiHIYHUX Npos-
BiB Y XBOPUX, CUMATOMOKOMIMIEKC AKNUX BUrNSOAE AK
Pi3Hi XBOPOOWU, KiNbKiCTb YypaxeHb TakoX MOXE CyT-
TEBO KONMBATUCK i B MEBHUI Nepioa BUrnanatTn sk
MOHOOpraHHa xsopoba. B akocTi andepeHuiiHoro
hiarHo3y pekoMeHOyeTbCS NepLoYeproBo po3rng-
[aTun iHLWi BiANOBIAHI eHAPOKPUHONATIT Ta iHLWi CUH-
Apomu iMyHHOT gmucperynauii [11, 12].

JlikyBaHHS NnepeBaxXHO CMMATOMaTMYHe. 3a iCHY-
I04MMU rangnanHaMmy eHO0KPUHONOrYHNX TOBApPUCTB
pPEeKoOMeHAYETbCA 3aMicHa Tepanida 3rigHo 3 HasB-
HOIO HEAOCTATHICTIO TUX YM iIHLUMX TOPMOHIB [2, 6, 7].

TpuBanuin Kypc nepopasbHOro CUCTEMHOIO
NPOTUrPMOKOBOTO JliKyBaHHSA € eDEKTUBHUM Y fiKy-
BaHHi KaHOML03Y.

IMyHOCYynpecuBHa Tepanisi NPU3HaA4YaeTbCA Y BU-
nagkax 3 Bepn@ikoBaHMMU ayTOIMYHHUMU ypaXeH-
HSIMUW MepLU 3a BCE HEEHLOKPUHHMX OpraHiB (ereHb,
neyiHKku, LWIYHKOBO-KMLLKOBOMO TpakTy, M’a3iB). lNo-
nepeaHi NOBIAOMAEHHS NPO Pi3Hi IMYHOMOAYMIOOYi
MEeTOoAM NiKyBaHHSA CynepeYanBi, NpOAEMOHCTPOBA-
Ha ePEKTUBHICTb JliKyBaHHS a3aTionpuHOM, Mikode-
HonaTy MO eTUIoM, anemMTy3dymabom (Npm NHEBMO-
HiTi), puTyKCMMabom [2, 6].

Yum paHiwe 3’aBns0TbCSA NPOSIBU XBOPOOU, TUM
OinblUe opraHiB 3ay4eHO y NauieHTa i TMM NoTEHL,iN-
HO MEHLU CNPUATANBUIA NPOrHO3 i nepebiry i MeH-
Lla oYikyBaHa nogasbliua TPUBaNiCTb XUTTA NaLjieHTa.
MpOrHo3 MoXe MoripwyBaTUCS YEPES3 PU3UKM PO3-
BUTKY OHKOMNATOOrii, HUPKOBOI HEAOCTATHOCTI, ypa-
XXEHHS JlereHb, reHepanizoBaHux iHpekLin.

MeTa uiei po6oT — npoaHanisyBaTu LWASAXN
onTMMI3aLii paHHbOT AiarHOCTUKKM Y NALLIEHTIB i3 He-
TUNoBUM Nepebirom MionaTUYHOro CUHOPOMY.

Jlo Bawoi yBarm HagaeTbCa onmMc BuUNnagky mio-
MaTU4YHOIro CMHAPOMY Yy XJl0M4mMKa BikOM 12 pokiB.

AHamMmHe3 xuTTs. AuTtnHa Big | BaritTHOCTI Ha POHI
3arpo3u nepepuBaHHA B NepLUin Ta Apyriin nonosu-
Hi, | pigionorivHmx nonories y Tepmind 40 T, B nepi-
Ol HOBOHAPOXXEHOCTI BUsiBieHa Kedanorematoma
(pospiwmnnacsa camocTiHO). [lo 1 poky nepiognyHo,
3i cniB maTepi, BigMmivanu asmuia MOJIOYHULI HA CNn-

30BMX 00600HKAaX MOPOXHUHM poTa. XBOPIB HEYACTO
Ha rocTpi pecnipaTopHi 3axBoptoBaHHA (MP3). 3rig-
HO 3 MeAUYHOIO OOKYMEHTALLiE0, PO3BMBABCS 3a Bi-
KOM, WenneHnn. Antaumx iHPeKuinHnx 3axBopto-
BaHb, ONepaTUBHUX BTPyYaHb He Oyno. MepeHic ne-
peNoM HOCOBOI NEPETUHKN B PAHHLOMY OUTAYOMY
BiLi. Xap4oOBYy, MEAMKAMEHTO3HY afieprito 3anepeyye.

AHaMHe3 3axBoptoBaHHS. XBopie 3 kBiTHS 2024 p.,
Konn 3’aBunucs cnabkicTb (NoyaB Ginblue cuaity,
iHo4i napaTu), 6inb y ropni, 6GRiAiCTb, HENPOOYKTUB-
HUI Kawenb, 610BaHHS, FONIOBHUI BiNlb. 3BEPHYBCS
00 ciMerHoro nikapsa. Matu Takox ckapXxunacs, Lo
OCTaHHIM YacOM XJI0MN4YUK «MepecTaB pocTu» (Maca
Tina Ha TOW MOMEHT cTaHoBMna 26 kr y Biui 11 po-
KiB), LUKipa NoXoBTina, npoTe nNpu amoynaTtopHoOMy
06CTeXeHHi 3a MicueM MeLLKaHHS BUSIBNIeHa aHeMis
92 r/n, NigBNLWEHHS LWBUAKOCTI OCiAaHHSA epuTpoLm-
TiB (LLUOE) 3a BiACYTHOCTiI 3pOCTaHHSA piBHA Oinipy-
OiHy. bntoBaHHS NOBTOpIOBaNOCH, AUTMHA rocniTa-
ni3oBaHa B UEHTPasibHy PaNOHHY JliKapHIO, MPu roc-
niTanizauii naHi 06’eKTMBHOro Ornsiay He OnucaHi,
3a gaHMMKM 06CTexeHHs: 3bepiranacsa aHeMmis, BigMi-
YEeHU NeNKoUMTO3 i3 3cyBOM BNiBO, LLUOE 45-55 mm/
ron, BUSBMEHI 3MiHMN PO3UIHEHI K aLEeTOHEMIYHUN
CUHOPOM, rOCTPUI BPOHXIT 3 BPOHXO0BCTPYKTUBHUM
CUHAPOMOM, OTPUMYBAB BHYTPILUHLOBEHHO Leda-
TOKCUM, iHFansLinHi KOPTUKOCTEPOiAn Ta Aekcame-
Ta30H BHYTPILWWHbOBEHHO (403a Ta TPUBaNiCTb BBE-
LEHHS He BKa3aHi B MeAWYHi goKyMeHTaL,ii) 3 TumM-
4acOBUM MO3UTUBHUM edekToM. Heped 2 Tux Big
rnoyaTtky Tepanii y xnonymka BiJHOBUINCSA CKapru
Ha CyxXui Kalenb, 3’aBUANCA 3aaMuiKa, NOTEMHIH-
HSl B 04ax, cnabkicTb, 6inb y WUMHOMY Biaaini xpeo-
Ta, Yy 3B’A3KY 3 HAM XJIOMYUK NEepPeEBELEHNN Y TAXKO-
MY CTaHi B iHpeKLinHe BiaaineHHs o6nacHoi anTa4voi
KniHivHOT nikapHi (O4KJT). Tam BU3Ha4eHi HapoCTaH-
HSA aHewmii (85 r/n), nenkounTtos 12,35-10%n, LUOE
40-57 mm/ron. Bukniovyannca TORCH-iHdekuii,
IEPCMHIO3, 1enTOCNipO3, MPOBOAMAACH CTEPHAsbHA
MyHKUiSA (BiA3HAYEHO, WO KNITUHHICTb KiCTKOBO-MO3-
KOBOIO MYyHKTATy HE3HAYHO 3HMXEHA), PEKOMEHA0-
BaHa KOHCyNbTauiqa iMyHosora, sika He Oyna npose-
neHa. 3a 4aHMMK MarHiTHO-pe3oHaHCHOT Tomorpadii
(MPT) ronosHoro mo3ky Big, 18.05.2024 p. BusiBneHo
nigrocTpuin uepebenit Ta NONICUHYCUT, KOHCY/bTO-
BaHWUIA eHOOKPUHOOrom, reHetTmkom, JIOP, remato-
JIOrom, HEBPOJIOrOM, HEMPOXiPYpProm. EHOOKPUHOMO-
romM KOHCTaTtoBaHa 3aTpumka @i3n4yHOro i ctaTteso-
ro po3BuTky. NpoBeneHe gogaTkoBe 0OCTEXEHHS
19.05.2024 p.: koptnson — <0,5 mkr/an (3Hnxe-
HWUIN), aAPEeHOKOPTUKOTPONHUM ropMoH (AKTI) —
11 nr/mn, iHcyniHonoAibHMM pakTop pocTy — 26 Hr/
mn, C-peakTtnBHuii 6inok (CPB) — 0,8 Hr/mn, TMpeo-
TPOMNHUM ropmMoH (TTIN) — 7,6 Oa/mn (Hopma 4o 5),
aHTUTINa 0o nepokcuaasn wmutonodibHoi 3ano3n
— 1,004/mn (Hopma go 0,9), TMPOKCUH BiNbHUIA —
1,05 Hr/an (B HOpMI), TPUNOATUPOHIH — 3,85 nr/mn
(HOpManbHi 3HAYEHHS).

OTpumyBaB aHTMBioTUKOTEpPaNito (aMikauuH,
LedTpiakCoOH), NOBTOPHUM KYpC OeKCcaMeTa30oHy.
Bunucannin 24.05.2024 p. B 3a40BiIbHOMY CTaHi.
3 08.06.2024 p. BigHOBMBCS AiapeiiHnin CUHOPOM,
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nigeuwmnaca remnepartypa Tina go 39 °C, Bigmive-
HUI BUpaXeHut comaTtndHuii 6inb. 12.06.2024 p.
3a MiCLLEM MPOXMBAHHA BM3HA4YaIMNCsa aHTUTINAG
0O ANOTEPINHUX Ta NpaBLEBUX aHTUMEHIB (MO3KU-
TUBHI, JocTaTHi). 26.06.2024 p. NOBTOPHO rocniTta-
nisosaHuii B OKJ1, oe npoBeneHnin NOBTOPHUIN KypC
aHTMbakTepianbHOi Tepanii, NpoTe cTaH ANTUHU NO-
ripwmecs, 3a 4aHMMU MEOUYHOI AOKyMeHTauii Bif-
MideHi HabpSKM Ha pykax Ta Horax, iB1LLLa apTpuTy,
nepecTtaB XOAUTU, Y 3B’A3KY 3 UM OTMNSIHYTUIA PEB-
MaTOIOroM i MepeBeAEHN B NegiaTpuyHe BigaineH-
HA. 3a gaHMMK o6cTexeHHs, y Tor yac LLIOE cara-
no 62 mm/rog, CPB — 111 mr/n, npokanbUUTOHIH —
9,42 Hr/mn, remornobiH 6yB 3HUXeHnin oo 86 r/n,
BUSABNEHIi N03nTMBHI HLA-B27 Ta aHTUHYKNeapHi aH-
TUTiNA NPU HEraTUBHUX aHTUTINAX A0 ABOCMipasbHOI
OHK, unkniyHoro unTpyniHOBOro nenTuay Ta pesma-
ToigHoro gakTopa. BuknioyeHi 6openios, iHdekLii,
BUKJ/INKAHI BipycamMu NpoOCTOro reprnecy, umtomMmera-
noBipycom, Bipycom EnwteiiHa — Bapp i remobnac-
T03. 3a ynbTpa3BykoBUM gocnigxeHHam (Y3/L) su-
SIBJIEHI CUHOBITM BeNMknx cyrnobis, Y3/, cepus 6yno
6e3 3MiH (BkJllOYAOYM PO3MiIpM NpaBux BiOAainiB Ta
JNIereHeBy apTepiln), OpraHn YepPEBHOT MOPOXHUHUA
(O4IM) — 6e3 ocobnmBocTe. BpaxoByo4um HasiBHICTb
ayTOAHTUTIN, AUTUHI BCTAHOBMIEHO AiarHO3 «CUCTEM-
He 3axXBOPIOBAHHSA CMONYYHOI TKAHUHW HEYTOYHEHE.
Le6ioT OIA?». Po3dnoyaTo nikyBaHHSA NpPeaHi30no-
HOM BHYTPIiLWWHLOBEHHO 60 Mr/0oby 3 noganblnm
nepexo4oM Ha nepopanbHUA MeTUANPEOHI30N0H
28 mr/poby, npoaoBxeHa aHTUbakTepianbHa Tepa-
nig, npu3HayeHnii metoTpekcart B o3i 10 mr/Tmnx.
Ha ¢oHi nikyBaHHa 3adikcoBaHa NO3NUTUBHA AMHA-
Mika: perpecyBaB 60/IbOBUI CUHAPOM, HOPMani3y-
Banmcs roctpodasosi nokadHuku (LLUOE — 18 mm/r,
remornobiH — 102 r/n, ane 36epiraBcs N1enMkounTo3
— 18-10°%/n). HanpaeneHwuii Ha ornsaa B Y «Bceykpa-
THCbKNI LLeHTP MaTepMHCTBA Ta AutnHcTea (BLUM/)
HauioHanbHOiI akagemii MmegnyHmnx Hayk (HAMH)
Ykpainu», ae nigyac ornaay 3BepHyan Ha cebe yBa-
ry cMMnToMmn M’a30B0i cnabkocTi, 3aTpumka disny-
HOro PO3BUTKY, ONUC HEBPONOTiYHNX NPOSBIB (CKO-
LyBaHHSA o4ei nig yac 65110BaHHS, 3a C/ioBaMu Ma-
Tepi), onuc ctomMaTuTy (3i cnieB MaTepi), Ta HasBHICTb
aHeMii, Wwo He BignoBigano poboyomy giarHoay. Pe-
KOMeHAO0BaHe A000CTEXEHHS ANS BUKItOYeHHS BIJT-
iHdEeKLi, 3anasbHNX 3aXBOPIOBaHb KULLEYHUKY, NPO-
BEOEHHA enekTpomiorpadii, KoMn’toTEPHOI TOMO-
rpadii (KT) opraHiB rpygHoi knitkm (OrK) ta O4I.
Big, rocnitanizauii ona noobcTexeHHa MaTu BigMO-
BUnacs. 3a MiCLLeM NPOXMBAHHS MO MeANYHY A0MNO-
MOrY He 3BepHynacs, MeToTpekcaT BigMiHuIa caMo-
CTiIHO, BMKOPUCTOBYBAasa Aietotepaniio, KOPTUKO-
CTepoigHy Tepanito NpoaoBXyBana.

Y cepnHi 2024 p. Ha TNi NPOAOBXEHHS CUCTEM-
HOT KOPTUKOCTEPOIAHOT Tepanii (TOYHI 1,031 HEBIAO-
Mi, 3i CNiB Mamu, 3HUXEHHS O03M Y3roaxXyBanamcs
B TeNedOHHOMY PEXMMI) HaCTKOBO BMKOHAHO none-
pefHbO PEKOMEHO0BAHE 0OCTEXEHHS: NPUHYKeap-
Hi Ta uMTonaasmMaTuyHi aHTUHENTPOIiSIbHI aHTUTI-
Na He BUSIBMIEHI, KanbNpOTEKTUH B CTyNi 6yB NiaBu-
weHuin no 230,6 Mkr/r, aHTUTINa oo Saccaromyces
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cerevisiae imyHOrnobyniHy knacy A 6ynm cnabkono-
3UTUBHUMMN, Knacy G — HeraTMBHMMK. 3 LUMMU pe-
3ynbTatamu y BepecHi 2024 p. ouTrHaA KOHCYNbTO-
BaHa npodecopkoto M., ska pekoMmeHayBasna NoOBHY
BiAMiIHY KOPTUKOCTEPOIAHOI Tepanii, BUKITIOYEHHS
iEPCUHIO3Y Ta noganblly rocnitani3auito B racTpo-
eHTeposoriyHe BigaineHHsa. Yepes 2 Tux (3i cnis ma-
Tepi, OCKINbKY NiKapsMM MNaLIEHT HE CMNOCTEPIraBcs)
nicns NOBHOI BigMiHM KOPTUKOCTEPOIAIB CTaH AUTN-
HUM Pi3KO NOripWwmMBCS, BiaMi4YeHi nosBa cBepbasayo-
ro Bucuny Ha Tyny6i Ta 06nyyi, BiZHOBNEHHS cnab-
KOCTI, apTpasrin, cydbdpebpuniteTty.

08.10.2024 p. guTuHa BnepLle rocnitanizoBaHa
B A4Y «BUM/ HAMH YkpaiHn» 3i ckapramm Ha Bupa-
XEHY 3arasibHy cnabkiCTb Yy BEPXHIX Ta HUXHIX KiH-
uiBkax, KyfnbraHHs, 6inb y KONiHHUX, NPOMEHEBO-
3an’acTHMXx cyrnob6ax nepeBaxHoO B PAaHKOBUN
yac, enizoguyHoO MigBULLLEHHSA TeMnepaTypu Tina
no 37,8 °C, 3MeHLWeHHA Macu Tina (3a TUXOeHb
-2,5kr). O6’eKTUBHO NMPW OrNA4i ANTUHN 3araibHUN
CcTaH OyB cepeaHbOo-TAXKNIM 3a PaXyHOK BUPaXXEHOro
60/1bOBOr0, iIHTOKCUKALLINHOIro, MionaTUYHOrO CUH-
apowmie. Temnepartypa Tina 37,5 °C, yactoTta cepue-
BUX ckopoyeHb (HCC) — 152 ya./xB, apTepianbHui
Tuck (AT) — 70/40 mm pT. cT., SpO, — 89%, maca
Tina 26 kr (-2,66 SD), 3pict 137 cm (-1,97 SD), iH-
nekc macu Tina (IMT)=183,9, $=0,99. nTtnHa 6yna
JocTaBfieHa Ha Bi304Ky. Xoaa yTpyAHeHa, Kynbras.
BromoBaHicTb 3HMXeHa. LLkipa 6nina, cyxa, Hag Ko-
NiHHMMK cyrnobamun, Haa 6poBamMu Bia3Ha4YeHi epu-
Tema Ta nanynu. Buanmi cnm3osi 06010HKM, Kaii-
Ma ryb cyxi, BiamMiyanucs saBuLla riHriBiTy, oaAnHUY-
Hi adTn. Jlimborysnn 6ynn 6e3 0cobNINBOCTEN.
M’a30B1IN TOHYC 3HUXEHUI B MPOKCUMaIbHUX Big-
Ainax M’a3iB HMXKHIX Ta BEPXHiX KiHLiBOK, nanbnaLiga
Hebontoya. KoniHHi, npoMeHeBO-3an’acTHi cyrnobum
©O0niCHi Npu 3rMHaHHi, 63 03HaK aKTUBHUX CUHOBI-
TiB. IHWi cyrno6bu iHTakTHi. AyCKyNbTaTUBHO AMXaH-
HS BE3UKYNSPHE, XPUNK HEe BUCTYXOBYBaNUCS, nep-
KYTOPHWI 3BYK He 3MiHEHMI. MeXi BIZHOCHOI cepue-
BOi TyNOCTi BiANOBigann BikoBin HOpMi. TOHU cepus
He Oynn nocnabneHi, putM cepusa 3b6epiraBcsa npa-
BUNbHUIA. XXMBIT OYB AOCTYNHUI rAnMOOKin nanbnadii,
6e3bonicHuii. MNedviHka Ta cenesiHka He 30inbLUeHi.
CeuoBunyckaHHs He nopyweHe. CTyn Heodopmae-
HUI 6e3 NaToNoriYHNX OOMILLIOK 2—4 pa3n Ha Ooby.

Mpwn aHanisi gaHMx NPOBEAEHOro 0O6CTEeXEHHS
3BepTano Ha cebe yBary, L0 B 3arajibHOMy aHaniai
KpoBi nepcuctyBana aHewmisa (84-125r/n), neiiko-
umTo3 (mo 19-10°/n), TpombounTo3 (o0 576-10%/n),
3pocTano LLOE 16-41-50 Mm/r), BUSBIEHO NaNNYKO-
AnepHU 3cyB y GopMyni KPOBi.

Y 6ioxiMiYHOMY AOCHIAXEHHI KDOBI BigMiYeHe He-
cyTTeBe (54 Opn./n 3pocTaHHs akTUBHOCTI acnapTaT-
aMiHOoTpaHcdepasun, 3HMXKEHHS 3arafibHOro 0inka
56 r/n, nipsnwenHa CPBb oo 138 mr/n. AKTUBHICTb
3aranbHoi kpeatuHdocookiHasm (180 O/n) Ta nak-
TatnerinporeHasn (358 O/n) He3HaAYHO NigBMLLEHA.

BpaxoBytoun 3HMXEHHS caTypadlii, npoBeneHa
peHTreHorpadia OrK (10.10.2024 p.), ska cBigyu-
fla NpO XPOHIYHUI 3anasbHUN NPOLEC B JIErEHSX.
Cniporpadisa (16.10.2024 p.): dopcoBaHa XUTTE-
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Ba EMHICTb NiereHb (PXKEJT) B mexax Hopmu. Cnis-
BigHoOLWeHHS 3MiH MOC noyaTtky Ta Apyroi NnoaoBUHM
®IKEJ1 Bkadye Ha HaABHICTb CTEHO3Y NO3arpyaHux
Bioainie auxanbHux wnsaxis. Peakuia MaHty 3 2 TO
Big 21.10.2024 p. y Burnsaai rinepemii 3 Mm TpakTo-
BaHa Ik HeraTmMBHa.

BpaxoByloyM HASABHICTb JIMXOMAHKU, MOBTOPHO
BUKJIIOHANnacy reHepanisoBaHa iHpekuiqa. lNocis kpo-
Bi Ha cTepunbHicTb (09.10.2024 p.) He BUSIBUB poC-
Ty Mikpognopwu.

Enektpokapgaiorpadia (EKIN) (09.10.2024 p.):
CUHYCOBa Taxikappfisa. HopmanbHe NONOXEHHS
eJIeEKTPOHHOI Bici cepugs: 64°. HenosHa 6n1okaga npa-
BOT HiXKkK ny4ka lica.

Y34, cepus (09.10.2024 p.): HeBenvka perypri-
Tauig Ha TpMKycniganbHOMY KnanaHi i knanai nere-
HeBoOi apTepii. Taxikapais. CKOpoTAMBICTb Miokapaa
3a40BinbHa (ppakuis Bukmnay 63%).

Y34, O4, Hupok Ta knweyHuky (09.10.2024 p.):
Y3/-03HaKu BOTHULLEBUX 3MiH MApeHXiMy NediHku,
avcxonii, Andy3HUX 3MiH TKaHVUHK NigLWIYHKOBOI 3a-
no3un ta cenesinkn. Y31 -o3Haky 3anasnbHUX 3MiH CTi-
HOK KMLLIEYHUKY, ME3aOEHITY.

BpaxoByo4u 3MiHM 3 6OKY LLTYHKOBO-KULLKOBOIO
Tpakty (LLUKT) (nigBMLWEHHS KanbNpOTEKTMHY B Kani
>100 Hr/r 3a HagaHMMK pe3ynbTaTtamMm NonepeaHbLo-
ro o6cTexeHHs Ta 3MiHM 3a gaHuMun Y3/, KNLWeyHu-
KY), Ana AndepeHuiiHoi aiarHoCTUKU AUTUHI Byno
Nnpr3HavYeHo NPOBEOEHHS KOTOHOCKOTMIT 3 Bioncieto.
Big npoBegeHHsa UbOro AOCHIOXKEHHSA MaTn BiAMO-
BUiacs B NMCbMOBOMY Burnsai. Matepi po3’acHeHO
METY OOCIAXEHHSA, MPOrHO3 MOXJ/IMBOrO PO3BUTKY
3axXBOPIOBAHHSA B Pagdi BiACYTHOCTI MOr0 YTOYHEHHS |
NikyBaHHS, MaTn NOCTaB/IeHa 40 BigoMa npo Bigno-
BifasbHICTb 3a CTaH 300pP0B’ S ii AUTUHMU.

Y3 cyrnobis (12.10.2024 p.): Y34-03Hakm Npo-
nidbepaTnBHOro CUHOBITY KOJTIHHUX, FOMINIKOBOCTOM-
HUX cyrnoois.

Y34 wutonoaibHoi 3ano3u (09.10.2024 p.):
He MOXHa BUKITIOYUTUY rinonnasii wurtonoaioHoi 3a-
no3un. AntnHa NnOBTOPHO KOHCY/IbTOBaHA EHOOKPUHO-
JIOrom, BpPaxoBYO4YM HaZaHi nonepenHi pesynbtaTtu
0B6CTEeXEHHS, BCTAHOBNEHWI fjiarHO3 3aTPUMKM MCK-
XOMOTOPHOr0 PO3BUTKY, CYOKJIiHIYHOMO rinoTMpeosy.

3aranbHuii aHania cedi — 6e3 3MiH, y 400OOBIl
cevi 6inka He BUSIBNEHO.

Mig yac o6¢cTexXeHHs B cTauioHapi y ANTUHMK 3a-
¢dikcoBaHa nosiBa KaHAMOO3HOro ctomaTuty. bak-
nocie kany (10.10.24): E. coli — 108, Candida
ablicans — 104, KI. pneumoliae — 106. Bakno-
ciB i3 3iBy (09.10.2024 p.): Str. viridans — 3Ha4YHWA
pict, N. perflavae — ognHun4yHa kinbkicte, Candida
ablicans — oguMHW4YHa KiNbKiCTb. BUaBneHHa KaHn-
003y NpuU3Besio A0 HEOOXIAHOCTI BUKITIOYEHHS iMy-
HogediumTHOro ctaHy. lNpoBegeHi 3aranbHOIMYHO-
NOTiYHI OOCNIOXEHHS HE BUSIBUN CYTTEBUX 3MiH.
ImyHorno6yninu (Ig) cuposatku kpoBi: IgG — 1,5 r/n,
IgA — 1,5r/n, IgM — 13,0 r/n. Basosi cybnonynsa-
uii nimbouunTie: T-nimpountm (CD3+) — 74,5%,
T-nimbdountn (CD3+) — 1215/mkn, T-xennepn
(CD3+CD4+) — 38,6%, T-xennepun (CD3+CD4+) —
469/mkn, T-umtoTokcukm CD3+CD8+ 32,0%,

CD3+CD8+ 389/mkn, Tx/TL CcRNiBBIAHOWEHHS —
1,2, B-nimpountn (CD19+) — 15,9%, B-nimpountn
(CD19+) — 194/mkn, NK-knitnun (CD3-56+) —
5,0%, NK-knitnHm (CD3-56+) — 61/mki.

AHTuTina po BIJT1 2, p24 (17.10.2024 p.) —
0,15 0.0. 6ynn HEraTUBHMMMN.

MpoBeaeHi 40AATKOBI CEPOIOriYHI LOCTIOXKEHHS.
AHTUHYKNeapHi anTuTina (metog IFT) 1:100 (no3u-
TUBHI). AHTUHYKNEeapHi aHTuTINa, NpUTaMaHHi cmc-
TEMHUM XBOPOOaM CMONYYHOI TKAHWHWN, HE BUSIBNS-
nucs: antuTtina go SM IgG — 8,8 Al/mn, SS-AlgG —
9,2 Al/mn, La/SS-B0 IgG <3,0 Al/mn, Jo-11gG 3,9 Al/
mn, no asocnipanbHoi AHK <10 MO/mn, U1-70 RNP
IgG 3,1 Al/mn. PeBmatoigHuin daktop — 5,50/n,
aHTucTpenTtoniavH O — 40 Oa/n. AHTndocdoninia-
Hi aHTUTINa Takox Bci HeratmeHi (aCL IgG — 2 GPL,
aPS IgG — 2,7 U/ml, aPE IgG — 7,1 U/ml).

MpoTe BUSABNEHI MO3UTUBHI aHTUTINA B MiO3UT-
Homy npodini: Ring-3anexHa E3 nikasza (Ro52) ta
TpeoHin-TPHK-cnHteTaza (PL-7) IgG — no3unTmeHi,
ananin-TPHK-cuHteTasa (PL-12), Mi-2, Ku, aHTu-
Tina IgG — norpanwnyHi, PM-Scl, rictngnn TPHK-
cuHTeTasa (Jo-1) — HeraTuBHI.

MNauieHT KOHCYNbTOBaHUN HEBPOJIOrOM,
npoBeAeHa roakoBa efnekTpoHenpomiorpadia
(10.10.2024 p.): cnoHTaHHa aKTUBHICTb HE 3ape-
€CTpOBaHa, aMnniTyga CKOPO4YeHb HE 3HUXEHA.
Mpwv [OBINbHOMY HaMPYXEHHI B AUCTallbHUX M’A3ax
HIr BUSIBNEHI NOMIPHI 3MiHU Yy BUMNA4i 3MEHLEHHS
TPMBANOCTI i 36iNbLUEHHS KiNbKOCTI NonidasHUxX No-
TeHLUjianiB pyxoBux oanHuub. BUCHOBOK: 03HaKu xa-
paKkTepHi 4519 NEPBUHHO-M’30BOIr0 YpaXXeHHs (noni-
Mio31Ty) 6€3 03HaK roCTPOro npPoLecy.

MPT M’AKux TKaHWUH NMpaBoro Ta NiBOro CTeroH
(10.10.2024 p.) NeEPEKOHNNBUX OAAHUX NPO HasAB-
HICTb MATONOTIYHUX 3MiH 3 BOKY M’AKUX TKAHWH CTe-
roH Ha MOMEHT OO0CHigXEeHHA He BUABKUNO. Big3Ha-
YyeHi 03HakM ABOBIYHOro cnabko BUPAKEHOro CUHO-
BiTY KynbLIOBMX cyrnobiB. Big nposeneHHs Gioncii
M’A3iB MaTK BigMOBUIacs.

MpoBeneHo NikyBaHHSA: NpeaHi30soH 60 Mr/noby
BHYTPILUHbOBEHHO 7 OHIB 3 NEpexoaoM Ha nepoparsb-
HUIM MeTUnNnNpenHi3onoH 32 mr/noby, 6ioBeH, me-
porneHem, ¢pnykoHazon 150 mr/noby, omenpason,
neHTokcudiniH, HideauniH, ageHo3uHTpudocohar
(AT®)-noHr, kKoMBiHOBaHI BiTaMiHHi KOMMIEKCcH, Bi-
TamiH D, BiTamiHm rpynu B.

Ha nigctaBi HaaBHOCTI M’a30B0Oi cnabkocCTi,
enekTpomiorpadiyHmMx 3MiH; HAABHOCTI YPaXXeHHSs
WKipy 3a TUMOM epuUTEMU HaL o4MMa Ta Hafg KOJiH-
HUMWN Cyrnobamu; ypaxXeHHs Clm30BUX 0O0NOHOK;
CYBKiHIYHOrO CUMHOBITY, HAABHOCTI HEYTOYHEHUX
(iHTepcTulianbHNX) 3MiH JIEr€Hb; NO3UTUBHUX MIO-
3uTacouinoBaHnx aHTUTIN (wo ctaHoBuno 10,7 6ana
3a knacudikauimnHMMmM KpUTEPISMK 3anasbHUX MiO-
natin AMepnKaHCbKOro Konenxy pesmMartosnorii
(American College of Rheumatology — ACR) / €B-
PONENCBLKOro anbsHCY PEBMATOJIONIYHMX acouiaLin
(European Alliance of Associations for Rheumatology
— EULAR), 2017 p., BCTQHOBNEHUI AiarHO3 IOBEHINb-
HUI gepmMaTomio3nT. 3aTpumMka Pi3NYHOro PO3BU-
TKy BTOpuUHHA (?). CybKNiHiYHMIA rinoTupeosd. Xpo-
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HIYHUPA rinepTpodiYHUn puHIT. KaHaAnao3 cnm3osoi
0060JI0OHKN POTOBOI MOPOXHUHU. Llepebenit HeyTou-
HeHu. 3a pekoMeHpauismn ACR 2017 p. ponaHa 6a-
3uCcHa Tepanis mikopeHonaty mopetunom 1 r/noody,
NPOOOBXEHA CUCTEMHA KOPTMKOCTEPOiAHA Tepanis.

29.10.2024 p. xn0onN4umK 3a HaNoNsAraHHAM maTte-
pi BUNMcaHuin nonomMmy. PEKOMEHO0BAHO 3aKiHYNTY
npuinom comatomeauny C (I®P-1), comaTtoTpon-
HOr0 rOPMOHY B KPOBI 3 NOAaNbLUOK KOHCYNbTaLli-
€10 ANTSYOro eHO0KPMHOOora, NPOBECTM NPSAMY Na-
PUHIrOCKOMItO 3a MiCLLeM NPOXMBAHHS. [TnaHoBa KOH-
cynbTtauia B Y «BUMO HAMH YkpaiHn» npnsHadyeHa
Ha 27.11.2024 p.

21.11.2024 p. y 3B’A3KYy 3 BiAHOBNEHHAM 6J1t0-
BaHHS 32 CaMO3BEPHEHHSAM rocnitanisoBaHumn
3a MiCLEM NPOXMBaHHS, 0QHOPA30BO B CTaliOHa-
pi 3adikcoBaHO HEYTOYHEHMUI eni3on cCyaoMm, Bia-
MiYeHi HasiBHICTb KaHOMO03HOro CTOMaTUTy, NMOCU-
JIeHHA M’930B0i cnabkocTi. Y HagaHin nokyMeHTa-
uii 3BepTana Ha cebe yBary HasiBHICTb €MKOLUMUTO3Y
(26,5-10°%/n), rinoHaTpiemii, keToHypii nig 4yac Hana-
oy, Wo He Bkiaganocs B pobo4ynii giarHo3 toBEHisb-
HOro gepmartomiosnty. 3a Y3/l onucaHuii KanbKy-
NbO3HUIN xoneuncTut. MNpoaoBXyBaB KOPTUKOCTE-
pPOiAHY Tepanito (MeTunnpegHidonoH 32 mr/noby),
MikodeHonaty MmodeTumn, NpoBOANIOCS CUMMITOMA-
TUYHE NiKyBaHHS.

y oy «BUMA HAMH YkpaiHn» rocnitanisoBaHumi
noeTopHo 27.11.2024 p. 3i ckaprammn Ha M’s30BY
cnabkicTb, COHNMBICTbL, Oaratopa3oBe ONOBaH-
HS NPOTArOM Kinbkox AHiB. O6’€KTMBHO NpUX NOCTY-
nneHHi: Temnepartypa Tina 36,5 °C, HCC — 123 ya./
xB, AT — 110/70 mm pT. cT., SpO, — 99%, maca
Tina 27 kr (-2,66 SD), 3pict 138 cm (-1,97 SD),
IMT=13,9, S=0,99. 3aranbHuii cTaH cepeaHboro cTy-
neHsa TaxkocTi. Mig 6poBamun 36epirannca enemeH-
TN NanynbO3HO-MSIMUCTOrO BUCUMY, BUSIBJIEHO Ha-
NiT Ha cNM30BKUX 060I0HKaxX MOPOXHUHK poTa, 36e-
piranacs BupaxeHa M’a30Ba c/1labkicTb NepeBaxHo
B MPOKCUMabHUX Bigainax M’ a3iB HMXHIX KiHLiBOK.

3a AaHUMM NMOBTOPHOMO 3arajlbHOKJ/IHIYHO-
ro obcTexeHHs 306epiranucsa aHemia (92-114r/n),
nenkouuntosd (13,5-21-10°/n), TpomboLNTO3
(399-551-10°%/n), LWOE (15-48 mm/ropn), 6yna nia-
BULLLEHA aKTUBHICTb TpaHcaMiHas (0o 52-64 Oa/n),
L0 NoB’a3yBann i3 6araToOKOMMNOHEHTHO Meaunka-
MEHTO3HOIO Tepanieto.

BMmicT kanbLilo B cupoBaTui KpoBi 6yB y Mexax
HOpPMaNbHUX 3Ha4yeHb (2,21-2,77 mmonb/n), doc-
dop (2,2-1,49 mmonb/n), 6iNOK KONMBABCA Yy MeXax
54-82 r/n, 3HOBY BigMiyeHa rinoHaTpiemis — 120—
123 mmonb/n, kanin — 3,97-4,64 mmonb/n. 3aranb-
HUI aHani3 cedi oemMoHCcTpyBaB pocdaTypito.

AKTUBHICTb KpeaTuHdocdokiHa3m 3aranb-
HOiT B TOW 4yac He 6yna nigBuuweHa (21 Opg./n),
npoTe 3pociia akKTUBHICTb NlakTaThaerigporeHasmu
00686 Oa./n. MPT M’ AKX TKQHMH CTEFOH Ta rOMiNOK
(10.12.2024 p.) BOrHULLEBMX 3anafbHMUX 3MiH HE BU-
SIBMUJ10, B AMHaMILL BigMidYeHe 3MeHLLIeHHs 06’ eMy yCiX
rpyn mM’a3iB 060x cTeroH Ha 20%.

BpaxoByloun HEYTOYHEHWNI XapaKTep MionaTuy-
HOro CMHOPOMY, BUKJlOHanacs noro napaHeonnac-
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TuyHa npupoga. 3 uieto meToto 02.12.2024 p. npo-
BegeHa KT OrK, O4I, opraHie manoro tasa (OMT)
i3 BHYTPILUHbOBEHHVUM KOHTPACTYBAHHAM: BUSIBNEHI
3MiHK 3 6OKY NereHb, ki Bignoeiganm nposeam asb-
BEONIiTY, Ta HEPIBHOMIPHICTb / BaAN KOHTPACTYBaHHS
3aranbHUX Ta 30BHILLIHIX KNyOOBUX BEH, AKi 6yno pe-
KOMeHaoBaHO andepeHuitoBatM 3 TPOMO60O30M; OC-
TEOMEHIYHI 3MiHM KICTOK, 3anifo3peHi KOMMPECINHI
nepenomMun xpebuis rpyaHoro Bigainy xpebrta Th4-
Th6; BUSIBNIEHI MOOAMHOKI KICTKOBI KiCTM B Kpuni npa-
BOi KJIyOOBOI KiCTKM.

Y NOBTOPHUX KOArynoaoriYyHUX OOCHIOXKEHHAX
3MiH HE BUSIBIEHO.

AKLL,0 OCTEONOPOTUYHI NPOSIBM BiANMOBIAAIN CUH-
OPOMY €K30MeHHOro rinepkopTULMN3MY, TO BUABJIEHI
3MiHM 3 BOKY NlereHb NoTpedyBann yTOYHEHHS Npu-
poaun iX NOXOOXEHHS.

[MpoTe NOBTOPHI AOCAIOXEHHSA HA UMTONa3Ma-
TUYHI @aHTUHENTPO®IiNbHI aHTUTING, aHTUdocdoninia-
Hi aHTuTina Ta aHTn-AHK-aHTuTina 3HoBy 6ynu He-
raTMBHMMU. TeCTn NoNiMEepPasHOi NaHLIOrOBOI peak-
uii (MP) — EBV, CMV, HSV Y2, HHV6, Toxoplasma
gondii — 6ynu HeratMBHUMMW. MPoKanbLUUTOHIH KPO-
Bi — 0,16 Hr/wmr.

EKI (28.11.2024 p.) — Big3HA4Ye€HO NOCUJIEH-
Ha Taxikapaii (135 ya./xB) Ta NOMipHI OOMIHHI 3Mi-
HW B MiOKapAi.

Y3/ cepus (04.12.2024 p.) 6e3 cyTTEBOI ANHA-
MikKn, dpakuis BUknay He 6yna 3HmxeHoto (61%).

Y3/ cyrnobis (14.12.2024 p.) 3HoBY Bigobpaxa-
10 03HaKM ekcynaTuBHO-NPoNipepaTMBHOrO CUHO-
BiTY KOJTIHHMX Ta MPOMEHEBO-3an’sCTHUX CYriobiB.

Y3/, O4I, Hupok, knwedHuky (03.12.2024 p.) —
O3HaKM BOMHULLEBUX 3MiH NapeHXiMn NeviHkn, ouc-
xonii, Andy3HNUX 3MiH TKaHWUHU NIAWAYHKOBOI 3a10-
31 Ta CeNesiHKM, 3ananibHUX 3MiH CTIHOK KNLLEYHUKY,
Me3aAeHiTy, WO He J03BOJIANI0 BUKITIOHUTU XBOPOOY
KpoHa, xo4a pekanbHUin KanbnpoTEeKTUH He OYB CyT-
TEBO NiaBMLEHNIA (89,42 MKr/T).

dibporactponyoneHockonia (06.12.2024 p.)
cBigYMna npo HasBHICTb GiIBPMHO3HOro e3odari-
Ty, €pUTEMATO3HOr0 racTPoAyodeHITy. 3BepTano
Ha cebe yBary BMSIBIEHHS HallapyBaHHs 6inoro Ko-
NbOPY, «TBOPOXUCTOI» KOHCUCTEHLLiT MO BCil [OBXN-
Hi cTpaBoxony.

BuaBneHHs 3a3Ha4yeHUX 3MiH NpuU3Beno A0 He-
06XiAHOCTI MOBTOPHOrO NPOBEAEHHS IMYHOJOriY-
HUX JocnigXeHb. IMyHOrnobyniHM cMpoBaTKU KPOBI
3aUWANINCA B MEXax HOpMallbHMX 3Ha4YeHb: IgG —
12,0r/n, IgA — 0,75 r/n, IgM — 1,3 r/n, Tomy 6yB
3abpaHunii matepian gna NPOBEAEHHS FEHETUYHOIO
LOCHIOXEHHS, NaHeNb NEPBUHHUX iIMyHOOediLUTIB
y nabopaTtopii INVITAE (CLLUA).

BpaxoByo4un HasiBHICTb HEYTOYHEHOI O Lepebeni-
TY, ANTUHA KOHCY/IbTOBaHA 0P TasnibMOSIOroM (MakyniT
npaBoro oka, peTUHOBACKYJIT 060X o4el, odTanbMo-
rinepTteHsisa, BTOPUHHA KaTapakTta). 3a3HayvyeHe
HEe BKJ1a4anocs B CMMMNTOMOKOMMAEKC OCHOBHOIO
3axBOPIOBAHHSA 32 POOOYMM [iarHO30M.

MpoBeneHa nosTopHo MPT ronoBHOro Mo3s-
Ky 3 KOHTpacTyBaHHAM (29.11.2024 p.): 3 ornaay
Ha JaHi aHaMHe3y, KJiHIK1, 3a3Ha4Y€eHi 3MiHW Y MiBKY-
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N9X MO304Ka, OinbLU BipOrigHO, 3yMOBJIEHI HAachiaka-
MW ayTOIMYHHOr O LLepebeniTy.

EnekTtpoeHuedanorpadisa (EElN) (04.12.2024 p.):
Ha ¢oHoBIN Kpuein EEIN nomipHi 3arafibHOMO3KOBI
3MiHW Yy BUrnagi aeul, iputadii ansda-pmutmy. 30-
HaslbHa Pi3HICTb PUTMIB He nopylueHa. O3HaKM Mix-
niBkynboBoi acumeTpii (D>S). MigBnweHnn iHoekc
BMCOKOYACTOTHOro 6eTa-puTMy B Npagili NiBKyi.
MioBuWweHNN iHOekc TeTa-xBUNb. Ha npoby «Bia-
KpUBaHHSA-3akKpnBaHHA o4en» Hopma. Ha ¢oTo-
CTUMYNSUIIO HOpManbHa BianoBiaHa peakuis. do-
KasibHi NOPYLIEHHS Y BUTNA4I OKPEMUX KOMIMJIEKCIB
«rocTpa — NOBiJibHa XBUNIA» 3apPEECTPOBAHI B NOTU-
JNINYHUX BigBeOEHHSX MpaBoi NiBKyi.

BpaxoBytoun ocobnmBocTi nepebiry xsopobu am-
TUHa nignsarana CnoCTEPEXEHHIO N9 NMoganbLo-
ro BUKJIIOYEHHS iIMyHOA4EDILNTHUX CTaHIB, MiTOXOH-
apianbHoi natonorii (MNGI-MTDPS1) Ta nepexpec-
HUX CUHOPOMIB.

20.12.2024 p. nicnga rpyboro nopyweHHs aie-
TN (BXUWBaHHA XONoAuUw 3 Mara3mHy) 6yB Biamiye-
HUI MOBTOPHUI eni3on 6aratopa3oBoro 6BaH-
HS1, KNI TaKOX CYNPOBOAXKYBaABCS rinOHATPIEMIEIO.
23.12.2024 p. BUNMCAHMIM 3HOBY 3a HaNoOAsraH-
HAM maTepi. NoBTOPHO 3 HaZ4AHUMU PEKOMEHAO-
BaHMMWN pe3ynbTaTaMm 06CTeXeHHS (MeTaHed-
puHK, 3aranbHi B 0060Bil cedi — 29,7 mkr/24 rog,
(B HOpPMI), KOpTN30N Yy [,O6GOBIN Cevi AeLL0 SHUXEHWUIA
54,0 mkr/24 ron, (Hopma 58-403) KOHCYNbTOBAHWUIA
€HOO0KPUHOMNOrOM, BUSIBIEHI 3MiHWN PO3LiHEHI IK BTO-
PWHHA HeJoCTaTHICTb HaAHUPKOBUX 3a5103, cybKni-
HIYHWI riNOTUPEO03, 3aTpnMKa GiISNYHOro PO3BUTKY.

TexHiYHa MOXNMBICTb MPOAOBXEHHS 00CTEeXEH-
HA ©6yna obmexeHa BHAcNigok 6axaHHs maTtepi ne-
pebyBaTtu Booma. bynu HapgaHi pekomeHaauii wono
nieTn, NpoaoBXeHHSA 6a3MCHOIO NiKyBaHHS, KOPTUKO-
CTEpOoigHoi Tepanii, npuaHayveHi dnykoHason 150 mr
WOTWMXHEBO, Ae3arperaHTtHa Tepanisa, amMoTuamnH,
KPeoH, 6eTapriH, HelipoMianH, KpeaTuH, MeTuny-
pauun, BiTamiH D. 3anponoHoBaHO OPOGUTY OEH-
CUTOMETPIIO, anbA0CTEPOH B KPOBIi, Y BUNaaky no-
BTOPHOr0 6/10BaHHA 3p06UTU NakTa3Hy KPMBY, HOCU-
TW CNUHOTPUMAaY, npuixatn Ha ornan 22.01.2025 p.

MoBTOpHE ambynaTopHe AOCNIAXKEHHS Yepes Mi-
CSlb CBIOYMIO MPO MiABULLEHHS aKTUBHOCTI Nak-
TaToerigporeHasun B cuposaTtui kposi (1030-1077-
976 Oa./n), Nnpu HOpManbHIN aKTUBHOCTI Kpea-
TnHdpocookiHazm (19,57-140 Oa./n), BUSABNEHO
3pOCTaHHSA ckapr Ha gopcanrii (3a peHTreHorpadi-
€lo xpebTa HOBi KOMMpPECIiHi nepenomun Tin xpebLuis
rPyaHOro BigAainy), BU3Ha4eHo isopepMeHTn nakTaT-
nerigporeHasu: npu 3aranbHin akTUBHOCTI B MO-
MEeHT BU3Ha4vyeHHA 689 Oa./n (Hopma go 300 Opa./n)
isoeH3um 1 ctaHoBuB 28,2% (7,5-25,1), i30eH-
3um 2 — 52,9% (32,9-40,1), isoeH3num 3 — 11,4%
(14,2-31,8), i3oeHanm 4 — 3,4% (5,9-13,9), i3oeH-
3umM 5 — 4,1% (4,6-19), WO CBIAYMIO NPO ypaKeH-
HS CepueBoro m’ssa. BurotoesneHun kopceTt, Npo-
BOOMNOCSH 3HMXXEHHS A031 KOPTUKOCTEPOiAiB, Npu-
3Ha4YeHa aHTUOCTEONOPOTUYHA Tepanis.

Y 6epes3Hi 2025 p. oTpuMaHi pe3ynbTaTu reHe-
TUYHOro 06CTEXEHHS.

AHania nocnigoBHOCTI Ta TecTyBaHHA aeneuii /
aynnikauii 474 redis naHeni NnepBUHHNX iIMyHoedi-

Ta6nuus
LAundepeHnuiitinii piarHo3 y AUTUHK
- AyTOIMYHHMIA
Knikiaui CvMNTOMM Yy AUTUHYU BananbHa mionartis nonirnaHaynapHuin Cunppom Aiikapai — lNyTbepa
ocobnuBocTi
CUHAPOM
PekypeHTHa nuxomaHka . o
. PekypeHTHi cTepunbHi nipekcii,
KoHcTuTywiiiHi 3 ONIOBaHHAM LIOE. CPB
LLIOE, CPB '
Cturmm - EKTop,gpmaana A 3ybyacte noBiko
nnasis (anonewis)
Ceponoriyi + AyToaHTUTINa
M’a3u 4F M’a30Ba cnabkictb/mio3ur  M’s30Ba cnabkictb Mioaut
Mionia + MNipBuLLEHHS KQK, nar,
TpaHcamiHa3
Cyrnobu i ApTpuT, KOHTPAKTYpK Aptput
liikipa Epirema Ypax(eHH‘ﬂ UKW NAIbLIB Ta BYWIHYX paKom:lH, naHiky-
niTI, NiBeAO, BY3NUKU, CUHAPOM PeitHo
Cnu3oBi 060- I .
TIOHKI [iHriBiT, KAHAMAO3 [iHriBiTH Kananpos Cromatutu
3MP, nporpecytoya mikpouedanis, MOTOPHiI NOPYLUEH-
LHC Llepe6enit H8, cynomu. JleiikoeHuedanonaris, kanbuudikalis,
paHHs aTpodis Mo3ky 6e3 Kanbuudikauii
Jlereni IHTEpCTULHE IHTepcTULiiiHe, BACKYNIT Yacriwe JIAT
Cepue + + Yacriwe nuwe kanbuuHauis
MMeyiHka linepTpaHcamiHasemis linepTpaHcamiHasemis
Ovui PetuHonaris PeTtuHonaris, rnaykoma
. linonapatupeo3
. linotnpeos ) ) Lo .
EHLOKPUHHI ] linoroHaguam linoTupeos, LykpoBwuii aiabeT, HeLykpoBuii iabeT
FinokopTnLM3m ]
FinokopTULM3M
30P 30P 30P 30P
Cucrema KpoBi AHemis AHeMis Lintonenis

Mpumitku. 3MP — 3aTpuMKa NCMXOMOTOPHOro po3BuUTKY; 3OP — 3aTpumka disnyHoro po3sutky; KOK — kpeatuHdocdokinasa; JIAI — nereHesa apTepiab-
Ha rineptensis; JIAI — naktatgerigporinasa; LHC — ueHTpanbHa HepBOBa cucTema.
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umTiB y nabopatopii Invitae (CLUA). BusineHi nato-
reHHi MyTauii B 4 reHax, y ABOX 3 SKUX — MNOTEHL,il-
HO KJIHIYHO 3HaYYyLLi.

OBroBOPEHH4A

3a pesynbTataMum reHeTUYHOro OOCHIAXEHHS,
Yy ANTUHW BUSIBNIEHI ABA MATOrEHHUX BapiaHTu (FOMO-
3uroTa), ineHTndikosaHi B reHi AIRE, L0 NOB’A3aHnM
3 ayTOCOMHO-PELLECUBHOIO | JOMIHAHTHOIO ayTOIMYH -
HOIO NONEHAOKPUMHOMATIEIO 3 KAHANA030M Ta eKTO-
oepmanbHoOl ancnnagieto. Llen pesynbrart y3ro-
OXYETbCH 3 AiarHO30M ayTOCOMHO-PELEeCUBHO-
ro APECED. APECED 3a3Bu4an xapakTepusyeTbCs
aapeHOoKopTMKaNbHOK HEeAOCTaTHICTIO, rinonapa-
TUPEO3OM i XPOHIYHUM LLKIPHO-CNN30BUM KaHAUO0-
30M. |HLWi NnowKrpeHi 03HaKM BKOYaoTb 6e3nnigas,
MepHiLio3HyY aHeMilo, BITUMIro, anoneLwit, rinonna-
3il0 emani Ta kepaTturT.

OaVH NnaToreHHui BapiaHT (3 HM3bKOK MeHe-
TPaHTHICTIO), ineHTudikoBaHUn y reHi CFTR (acoui-
MoBaHMN 3 ayTOCOMHO-PELECMBHUM KiCTO3HUM i-
6p0O30M i BDOOXXEHO OBOCTOPOHHBLOIO BiACYTHICTIO
CiM’SIBUHOCHOI NpOTOKU). B ubOMYy BMNAAKY KAiHIY-
Ha KapTuHa y AUTUHW HEBIQMNOBIAHA.

OavH naToreHHnin BapiaHT, ineHTudikoBaHnn
y RNU4ATAC (Taka myTalisi aCoLiloETbCS 3 ayTOCOM-
HO-peLEeCUBHUM CMHAPOMOM PondmaHa (Mikpoue-
danbHMIM 0CcCTEOaMCNNACTUYHNI MPUMOPAIaNbHUNA
HaHi3M i cuHgpom Jloypi — Bypa). B ubomy Bunaa-
KY BapiaHT KJIiHIYHO HEe 3HaYyLMiA.

BuasneHi TakoX OOANH FreTEPO3UTOTHUN FeH
IFIH1 ¢.1753A>G (p.Met585Val) 3 HEBM3HAYEHUM
3Ha4YeHHAM, reH ITGAM c.875G>A (p.Arg292His)
reTepo3nroTHUN 3 HEBU3HAYEHUM 3HAYEHHSM, FeH
SAMD9 ¢c.731A>G (p.His244Arg) retepo3uroTHuM
3 HEBU3HAYEHNM 3HAYEHHSM.

BapiaHT HEBU3HAYEHOr 0 3HAYEHHSA, AKUIN i0EeHTU-
dikoaHo B IFIH1, acouitoeTbCca 3 ayTOCOMHO-A0Mi-
HaHTHUM cnHapomom Ankapai — Nyteepa (AGS) (UID
MedGen: 854829), cuHgpomom CiHrntoHa — Mep-
ToHa (UID MedGen: 899946), ayTOCOMHO-PELLECUB-
HUM PaHHIM 3ananbHUM 3aXBOPIOBAHHAM KULLEYHU-
Ky (PMID: 341851583) Ta ayTOCOMHO-A0MIHAHTHOIO
reHeTU4YHoto eninencieto 3 GebpunbHUMKU cygoma-
mun (GEFS+) (PMID: 38964834).

BpaxoByio4n oTpumaHi pedynbTatu, 9K KOHKY-
pytodi abo icHytoui aiarHo3m mMoxHa 6yno po3rns-
aTun ayTOIMYHHUI NONIrNaHaynsapHUn CUHAPOM
1-ro Tvny Ta cuHapom Arikapai — lNyteepa (tabnu-
us). 3a y3roaXXeHHsM 3 eHAOKPUHONOromM (Npo-
decopkoto H.B. 3eniHCcbkol) NpoBeaeHe NOBTOP-
He A04aTKOBE eHOOKPUHOOriYHEe 06CTeXeHHs. Tu-
pokcuH — 1,96 Hr/an (HopmanbHi 3HaveHHs), TTI
— 3,76 mkMo/mn (Hopma), kopTuson y Aobosin
cedi — 5,65 mkr/24 ron (Hopma), anbAoOCTEPOH —
0,45 Hr/pon (3HMXeHnn), pocdop, KanbLin y ceyi
HE BIOXUNANUCS Bi4 HOPpManbHUX 3HAYEHb, Napar-
ropmoH — 33,9 nr/mn (Hopma).

OTpumyBaB 12 Mr MeTUANPEAHI30N0HY, OOHBI-
BY, BiTamiH D, amnogunin, mikodpeHonaty mopeTun,
dnykoHason.

NNIKAPKO-NPAKTUKY

[MpoBeneHuin KOHCUNIYM Yy CKaai ANTAY0ro pes-
MaTtofiora, AUTS40ro iMyHosora, oUTa40oro eHao-
KpuHonora, AuTa40ro ractpoeHTeposora, negia-
Tpa. BUCHOBKM KOHCUIYMY: BPaxOBYIOUYM YPaXXeHHSA
€HOOKPUHHUX OPraHiB (MinoOKOPTULM3M, FiNOTUPEOD3,
rinonnasis se4ok), cnM3oBmUx 060I0HOK (peLnanBy-
04N KaHOMO03), HAasiBHICTb KOMOPOIAHOT ayTOIMYH-
HOi naTonorii (CUMHOBIT, MiO3UT, LepebeniT), pesynb-
TaTn FEHETUYHOro A0CIOXKEHHS (rOMO3UroTHa Na-
TOoreHHa myTauis reHa AIRE), BCTAHOBEHO AiarHo3:
ayTOIMYHHUI NOAirNaHaynapHUn CUHAPOM 1-ro Tuny.
lMpoBepeHo kopekKuito Tepanii: 12 Mr MeTunnpeaHi-
30J10HY 3aMiHeHOo Ha 15 Mr rigpoKopTM30HY Ha 00y,
nopaHo no tepanii pnyapokopTraoH 0,05 mr/noby.
MpoBeneHa 3amiHa 6a3nCHOro nikyBaHHA (Mikode-
HonaTty modeTun) Ha TodaunTuHI6. Y ouHaMiui cTaH
OUTUHU cTabiNbHUNA.

BUCHOBKMU

MionaTu4yHuii cnHppom y aiteit noTpedye
BUCOKOI KJIiHiIYHOT HACTOPOXEHOCTi, 0CO6NMBO
npu aTMNoBOMY nepebiry 3 He3Ha4YHUM MiABULLEH-
HAM KpeaTnHdOoCchOoKiIHA3M Ta CynyTHIMN EHO0KPU-
HONIOMYHMMU, HEBPOJIOTIYHMMU Ta LUTYHKOBO-KNLL -
KOBUMW nNposiBaMmu. KoMniekcHe MynbTUANCUMMI-
HapHe 0BCTeXeHHs i3 3any4eHHM peBmaTonora,
HeBpoOJiora, eHO0KpPUHOora, racCTpoeHTeponora Ta
iIMyHOJ10Tra € KPUTUYHO BAXJIMBUM 151 BCTAHOBJIEHHS
npaBunibHOro AiarHo3y. MonekynsipHo-reHeTuy-
He AOoChNiAKeHHS € 00rpyHTOBaAHVM NpU MionaTuy-
HOMY CUHOPOMI, SSIKUN MPOABNSETHCA CUMMITOMaMMU,
L0 MOBHICTIO HE BKJ1aAaloTbCsd B CUMMATOMOKOMI-
NIEKC IOBEHINIbHOr0 4epMaToMio3nTy. AyTOIMYHHUI
NONIrNAHAYNAPHUN CUHAPOM 1-ro TUNY — piakKicHe
MOHOreHHe 3axXBOPIOBAHHSA, LLLO XapaKkTepuayeTb-
CS MOPYLUEHHSAM IMYHHOI TONEPAaHTHOCTI, ypaXeH-
HAM €HOOKPUHHUX 3a/103 Ta iHWWMUW ayTOIMYHHUMU
nposiBamMm, Npo ke AO0LiNIbHO Nam’aTaT y Bunazgkax,
KON M’30Ba cnabkiCTb Y ANTUHU CYNPOBOAXYETh-
CS raCTPOEHTEPOIONYHUMM NOPYLIEHHAMM | nepe-
Ba)XKae Hap iHWMMM NposiBaMu MionarTii.
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AGAIN ABOUT MASKS FOR MYOPATHIC
SYNDROME IN CHILDREN

O.A. Oshlyanska’, T. G. Nadtochiy?, K.A.Yats?

'Shupyk National Healthcare University
of Ukraine, Kyiv
28I “Ukrainian Center of Maternity and Childhood
of the National Academy of Medical Sciences of
Ukraine”, Kyiv

Abstract. The article describes a complex clinical
case of a 12-year-old boy with an atypical course of
myopathic syndrome, presenting with multisystem
symptoms including muscle weakness, skin man-
ifestations, growth retardation, signs of systemic
inflammation, polyendocrinopathy, and gastroin-
testinal involvement. The diagnostic process was
complicated by the multifaceted clinical presenta-
tion, the absence of a typical increase in CPK lev-
els, a mixed autoantibody profile, and the family’s
low adherence to medical evaluation. The final di-
agnosis was established based on the correlation
of clinical features and genetic testing results.

Key words: autoimmune polyglandular
syndrome, myopathic syndrome, child, CPK,
myopathy, endocrinopathies, autoimmunity.
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