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Y cTarTi BMKNageHi AaHi HaykKoBOI fiTepatypu WOAO eTioNorii, natoreHesy Ta KiHIYHMX NPOSABIB HELLOAABHO BUSBIEHOMO 3axXBOPIOBAHHS —
STING-acoujinoBaHoi Backynonarii (SAVI) 3 nebl0TOM B AUTUHCTBI, AKa € reHeTUYHO-AETEPMIHOBAHOIO iHTepdepoHonatielo | Tmay, i KniHiy-
HO MPOSIBASETECS CUMMATOMOKOMIMIEKCOM akpanbHoi itemii (lupus-like chilblain), IHTEPCTULINHUM ypaXEHHAM NEreHb i iHLWOK NaTonorieo
BHYTPILUHIX Opraxis. SAVI yacTile MaHipecTye B NepLui MiCALI XWUTTS ANTVUHY | nepebirae nia MackaMi PISHOMaHITHVX aBTOIMYHHIX Ta iHpek-
UiHNX xBOpOO. B cTaTTi HaBeAeH AaHi Npo andepeHUiiHniA ajiarHosd SAVI, nigkpecneHa BaxmBiCTb NPOBEAESHHS FEHETUYHOMO AOCNIIXEHHS
00151 BCTAHOBMEHHS AiarHo3y. 3Baxalo4n Ha piakicHIiCTb natonorii, B cTarTio BkatoyeHu nepeknan ACR-pekomeHaauit (2021) wono nikyBaHHs
i CNOCTEPEXEHHA XBOPUX Ha iHTepdepoHonatii. CTatTa inocTpoBaHa ONMCOM BACHOrO CNOCTEPEXEHHA AUTUHK 3 SAVI, aiarHOCTMKa AKOro
npOBOAMNACHE 3a NPUHUMNaMK, 3anpPONOHOBaHNMY B AaHWX pekoMeHZauiax. Onmucani npUHLMNM NOAANBLIOrO CNOCTEPEXEHHA ANTUHN, MiA-
KpecneHa HeoOXiAHICTb MyNbTUAMCUMANIHAPHOrO BeAeHHS nauieHTiB 3 SAVI. HapaHi cydacHi aaHi 1oao nporHosdy Ta noaanbuloro nepebiry
3aXBOPIOBAHHS.

CnocTepexeHHs BMKOHaHO BiANOBIAHO A0 NpUHUMNIB [enbCiHCbKOi Aeknapallii. Ha npoBeaeHHs CnocTepexXeHb OTpMMaHo IHGOPMOBaHY 3roay
6aTbKiB OUTUHN.

ABTOPY 3asBNSHOTb NPO BIACYTHICTb KOHDAIKTY IHTEPECIB.

Kniouosi cnoBa: fjtv, iHTepdepoHonaria, B1unanok SAVI, BeaeHHs.
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The article presents data from the scientific literature about the etiology, pathogenesis, and clinical manifestations of a recently discovered
disease — childhood-onset STING-associated vasculopathy (SAVI), which is a genetically determined type | interferonopathy, and it clinically
manifestes by a symptom complex of acral ischemia (lupus-like chilblain), interstitial lesions of the lungs and other pathologies of internal organs.
SAVI more often manifests itself in the first months of a child’s life and passes under the guise of various autoimmune and infectious diseases.
The article provides data on the differential diagnosis of SAVI, and emphasizes the importance of genetic testing for diagnosis. Considering
the rarity of the pathology, the article includes a translation of the ACR recommendations (2021) regarding the treatment and observation
of patients with interferonopathy. The article is illustrated by a description of a child with SAVI, whose diagnosis was carried out according
to the principles proposed in these recommendations. The principles of follow-up of the child are described, the need for multidisciplinary
management of patients with SAVI is emphasized. Current data on the prognosis and further course of the disease are provided.
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2004 p. mepesik PiAKICHUX peBMaTHY-

HUX 3aXBOPIOBaHb JIONOBHUBCS BEJIUKOIO

IPYIIOI0 TeHETHYHO 0OYMOBJIEHUX IMYHO-
OTIOCEPEJIKOBAHUX TATOJIOTI — aBTO3alaJbHUMU
3axBopioBaHHsIMU. [IpoTe BHAC/IIZIOK PigKicHOCTI,
€H/IEMIYHOCTI Ta TOJICUHAPOMHOCTI, MAJIOOCTYTI-
HOCTi TeHeTUYHUX JIOCJI/PKeHDb Y PYTUHHIN KJIiHIY-
Hill TpakTuili, HEOOXiAHUX I MiATBEPIKEHHS
TiaTHO3Y, CBOEYACHE BUSBJIEHHS YACTO 3a/IUTIAETD-
¢ yrtpynHeHuM. /o onHi€l 3 rpymn aBTO3analib-
Hux xBopob Hamexkuth STING-acomiiioBana Ba-
ckyJsonaris 3 neborom y autuacTi (SAVI), sgka
€ PO3JIaJIOM, IO Tepeadadae aHOMaTbHe CHCTEMHE
3araJieHHs, MAKCUMaJIbHI TTPOSBU SIKOTO CIIOCTEPi-
raloThCAd y MIKIPi, KPOBOHOCHUX CY/IMHAX 1 JIETEHSIX.
SAVI, gk i inmii aBrosanajibHi XBOpOOHU, € HACIL-
KOM TeHETHYHO 0OYMOBJIEHOI aHOMAJIbHO MOCHIIE-
HOl HecnieluGivHOT iIMyHHOI Bi/IMOBIIi.
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SAVI BUKJIMKA€ETHCS MyTallissMU B TeHi Oijika
STING1, gxwuit crnpuse cuHTe3y [-iHTepdepo-
ny (IFNB). @iziosoriunoio QyHKI[EO CcHUrHa-
sonocepeakoBanoro 6inka STING € mocuienHs
BupobieHHs iHTepdeponis npotu Bipycuoi JHK
Ta eKcrpecii TeHiB, TOB's3aHUX 3 iHTEepdepoHa-
mu. Myraiist rena TMEM173 (a6o STING1), 1o
konye Oimok STING, € myrari€ro <«mocuieHHs
(yuxii», ockisbku 3a 11 HasIBHOCTI 3pOCTa€ ak-
tuBHicTh Oinka STING, 1110 IPU3BOAUTD 10 HAJ-
MmipHoro cunTedy IFNP i3 mojanbiinoio mocTiiitHoo
akTuBaitieio enyoreniny [31]. Bogrnouyac anomasib-
HO BUcOKi piBHI [IFNP BUK/IMKa0Th Ha/IMipHE 3a11a-
JIEHHS, 110 TTPU3BOUTH IO TIONTKO/PKEHHS TKAaHUH
i po3BUTKY cuMIITOMIB SAV 1.

Iurepdeporn (IFN) 3xaebiibaioro mpoayky-
IOTBCS TIIA3MOIUTAMU 1 € OCHOBOIO 3aXUCTYy Op-
ra"iaMy Bifl BipycHuX iHdexiiit. Ichnye Tpu pisHux
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turtn [FN (puc. 1). IFN I Tuny craHoBaATh Hali-
6iJIblite CiMENCTBO 1 MOAIISAIOTHCS HA I'SITh KJIACIB
(IFNa, B, &, Kk i ®), gKi 3a3BUYail PO3Mi3HAIOTHCS
KJITUHHUMU PelenTopaMud iMyHOKOMTIETEHTHUX
kit (Toll-mopiGHuMu  perentopamur; perier-
TOpam#, TOAIOHUMKM [0 TeHa-1, iHIYKOBaHOTO
PETHHOEBOIO  KHUCJIOTOIO; PEIENTOpaMu, ToIi0-
HUMU JIO0 JIOMEHY OJIirOMepu3ailii HyKJIeOTH/IiB),
1[0 TPU3BOAUTDH /IO iXHbOI aKkTuBaIlii. Takox yci
[FN I tumy 3B’43y10TbCS 3i CHIJIBHUMHU PEIEnTO-
pamu (IFNAR), momampmmii cUTHATBHUN TIISAX
nepenbavae aktuBaiio stHyc-kinasu-1  (JAK1)
i Tuposunkinasu-2 (TYK2) ta popmyBanug iHTEp-
(hepoH-CTUMYITBOBAHOTO TEHHOTO (haKTOPa 3-KOM-
miekcy (IGSF3), mo Bkiiovae rnepeTBopioBay CHUr-
Hamy Ta aktuBatop TpaHckpumiii (STAT) -1, -2
ta inTepdeponperymoiounii pakrop (IRF) -9 [31].

Y XBopHX i3 IATOreHHUMHU MyTallisIMU B TeHi
STING BizOyBaeThcst HOrO aBTOAKTUBAILIST 3aB/Is-
K abo TOBOPOTY JIraHA3B’sI3yI04Or0 [OMEHY
ab0 YHEMOJKJIMBJIEHHIO 3B’I3yBaHHS 3 IOro iH-
ribitopom. BomHowac mepepuBaroThest iHII MIISIXT
repeziadi CUTHATY.

KoHCTUTYTMBHO ~ HaJMIPDHO  aKTUBOBAaHUU
STING cnpusie dochopusanii perentopin JAK1
i TYK2, 3B’a3yBaHHIO aKTUBATOPIB TPAaHCKPUIIILii
STAT-1 i -2, micas 4oro BOHU IUMEPU3YIOTHCS,
YTBOPEHUU AUMEP TIEPEMITITYETHCS 0 A/pa KIITH-
HU, Jie 3B’si3yeTbed 3 IFNy-akTnBOoBaHUMM caii-
tamu (GAS), 10 TTOCWJIIOE TPAHCKPUIIIIIO TeHiB
Bianosiai Ha IFN, y ToMy unciii TpaHCKPUIIITO ca-
moro reda [FN [31].

CunTes i BuzinieHHs iHTepdepoHiB Ta iX 3B’s-
3yBanHg 3 penentopamu [FN momaTkoBo akTuBy-
ot STING i Tpanckpuiilito TeHiB iHIIUX TIPO-
3anajbHUX [UTOKIHIB (iHTepaeikiny (IL) -6,
-1a, -10 i daxkropa HEKpPO3y TYXJWH-OL) 32 Me-
XaHi3MOM MO3UTUBHOTO 3BOPOTHOTO 3B’13KY. Kpim
TOro, cama SHyc-kiHaza MoKe 0Ge3110CePeHbO Y-
omoBatn edextu STING. YHacaizok 1poro 3po-
CTa€ KiJbKICTh i BimOyBaeTbest akTuBaiist T-JriM-
GOoNUTIB-XeJIEPiB, IMOCUIIOETHCS  TIpe3eHTarlist
aHTUTeHiB B-ymiMdoruraMu Ta aHTUTIJIOYTBOPEH-
H¢l, aKTUBYIOThCS MaKpodaru, IeH/pUTHI KJIITHHA
Ta TpupoHi Kinepu [31].

SAVI ycrankoBy€eThcs 32 aBBTOCOMHO-/IOMiHAHT-
HUM THUIOM, TOMY B OIJBIIOCTI BUITAJKIB
(73% [19]) 1ieii cran € HacsiIKOM MyTaItiii de novo,
SKI BUHUKAIOThH 111/ 9ac (hOpMYyBaHHS PEMPOIYK-
TUBHUX KJITUH (SHIEKTITHH a00 CIIepMaTo30i/IiB)
ab0 Ha paHHIX CTalisIX eMOPIOHATBHOTO PO3BUTKY,
a B POJAMHI XBOPOI JUTUHU HE CIOCTEPITaloThCs
aHAJIOTIYHI  BUIIQJAKKU  3axBoploBaHHd.  Tomy

ISSN 2663-7553 Cyuacua nexiatpisa. Ykpaina 6(134)/2023

Type | IFN
Type lll IFN IFNa 1,2,4,5,6,7,8,10,13,14,16,17,21 Type Il IFN
IFNA 14 N, IFNE, IFNw, IFNe Ny
IL-10R8 - FN-ARY IFNAR] IFNARD IFNGR1 FRGR2
o (man ave  (Ran s

STAT2 ‘ ';-. STATI sm;r——(" )-v—sun

mrs;(‘ -9 »

Nucleus

. _. - - : L
OO0OGEBREO00000UO0O000NC RS 0N0000000X

Puc. 1. MexaHiaMu iMyHOTPOMHOI Aji iHTepdepoHiB (NosiCHeHHN B TekcTi) [31]

reHeTHYHe OOCTEKEHHST 30POBUX OATHKIB y Ta-
KUX BUTQJIKaX He JI0IlijibHe. Y maiienTiB i3 SAVI
inentudikoBano 12 THUTIB MaToreHHWX BapiaHTiB
STING1, ycunaakoBanux abo yTBOpeHUX de novo
[42]. Bapiantn aBroaktusanii B STING1 onucani
3a MyTalliil B eK30HaX 3—8, BHECEHUX /IO PEECTPY
MyTalliil CllaJIKOBUX aBTO3allalbHUX 3aXBOPIOBAHb
[7,17]. Binomo choroyai 777 BapiaHTiB MOCJiIOB-
vocti B STING, nafiuacrinie matoreHHi myTartii
criocrepiraiotbest B 5 ek3oni rena STING1 [9].
Haiinomupeninmmu € myTarttii p.N154S1p.V155M
(35%) [19]. TereposuroTHi MyTaiiii € MPUYNHOIO
3axBopioBanng 'y 81,8%, omnak Lin Ta criBasr.
noBigomusiu 1po 6 namienTis i3 SAVI 3 4 Hectiopi-
HEHUX ciMell 3 PerecuBHOI0 TOMO3UTOTHOIO MyTa-
miero STING1 — p.R281W [17].

Tsaoxkicts  mepebiry  xBopoOu B OilabIIOCTI
MAIIEHTIB He 3aJeKUTh BiJl TUIYy MYyTallii, a’e,
3a ganumu orsigny H. Kim Tta criBaBt., marientn
3 myrtaitieio p.N154S maoTh OiybIn paHHil MOYa-
Tok 3axBopioBanug (p=0,002) i Gijbur cepiiosi
ypaskenns mkipu (p<<0,001), HiXX TaIienTn 3 My-
tariero p.V155M, Tozi sik 3a pisHMX MyTailiii He
BiZIMiUeHO PI3HMII B MPOSIBI PeCcIipaTOPHUX CHUM-
nrtomis [19].

3a maHUMM PI3HUX MeTaaHai3iB myOsika-
iit, cepexn onucanux y 1980-2020 pp. 56 Bumas-
KiB SAVI Bik Ha MOMEHT BCTAHOBJIEHHS /[iaTHO3y
KOJIMBAETHCS B TIMPOKUX Mekax Bix 1 mgHSA
1o 65 pokis, obeTexkeHo Tpoxu Oisbine (54%) ma-
Ii€HTIB YosioBiuoi ctati [42]. [Ipuuomy Bik Touat-
Ky cuMITOMIB 11ie /10 1 Micsid BiJi HapO/KEHHS
CTIOCTEPITAETHCA B TPETWHW XBOPUX, Bif 1 Mics-
st 1o 1 poky — y 41,2%, nicas 1 poky — nuie
y 23,5% [13,19].

[Tepmnmu TposiBaMy 3aXBOPIOBAHHS, SIKI MOXK-
Ha TIOMITUTHU B)Ke B TEPII JHI Ta MICAI KUTTI
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xBopoi Ha SAVI nuTuHM, € TOMKOMKEHHS TKAaHTH
HIKIPY BHACJI/IOK MTOPYIHIEHHSI KPOBOIIOCTaYaHHS.
Haituacrime BOHM JIOKaIi3yIOTbCsl Ha O6JIMYYI,
ByXax, HOCI, aJIbIIX PYK 1 HiT.

3arajioM,  ypaxcewms — wKipu — IpPUTaMaHHe
68-90,6% xBopux Ha SAVI, npudyomy y 29% ma-
I[IEHTIB BIZIMIYAETHCSA TSDKKE yPAsKeHHS IIKIpH 3 Be-
JKOI0 BTpatoto Tkanuuu [19,42]. Jlerki ypasken-
HS BKJIIOYAIOTh aKpajbHUN Ta MaJIIPHUN BUCHII,
TeJieaHTrioeKTasii Ta JiBefo. Y KOropTi HallieHTiB
SAVI M.L. Fremond ra cnisasr. [11] onucyiorsb
mKipHi ocobsmBocti B 21 xBoporo Ha SAVI gk
CXOXi Ha OOMOPOJKEHHsI YpakeHHsI 3 KiJbKOMa
TATIOBUMU MOpoJIoTiyHnMEU  o3Hakamu  (diosre-
TOBI OJISIIKK, BY3JIMKU Ha 06jn4yi, Hoci abo ByCi,
JIUCTAJIBHO BUPA3KOBI ypaxkeHHs 3 iHdapKTamu,
ciTyacTe JiBeO, MYCTYJIh03), IKi MTPOBOKYIOTHCS
XOJIOZIOM 1 JIOKaJi30BaHi B aKPaJIbHUX [IJITHKAX
(a1l pyK i HIr, Byxa, Hic). MoxyTb BigmMidaTucs
epuTeMaTo3Hi OJsIIKY i 60JII0Yi BUPa3KU 3 YTBO-
PEHHSM CTPYIIB HA IHINMNX BiIKPUTUX AITTHKAX —
nokax, suymngx [1]. Bisbnricers aBropis [5,8,20]
BiMIUatoTh, MO TSKKA BaCKyJOMAaTisd CTHOCTepi-
raerbest B Oinbmocti (mo 71%) marientis. IIpo-
6JieMu 3i MIKIPOIO 3aTOCTPIOIOTHCS B XOJOAHY T10-
TO/ly 1 3/1aTHI MPU3BOJAUTHU /10 TAKUX YCKJIQIHEHD,
gk pyOui Ha Byxax, nepdopaliii HOCOBOI mepe-
tunkn  (23,5% [19]), camoammyTariii masibIiliB
(25,5% [16,19]), nuctpodii Hirris, mopimiHHs BO-
Jgocest. Kamisisspockorrisi BusHana MaJjoingopma-
TUBHUM METO/IOM OIliHIOBAaHHS CTaHY MiKPOIMPKY-
JIII 3a i€l matogorii [42].

Bionciga nikipy 3 yHIKOJKEHHIMU B JIOCTYII-
HUX JJISTHKax MoKe OyTH KOPHCHOIO [IJIsi BUSIB-
JIeHHs1 HeUTpoMiJbHOTO /1epMaTo3y, CYAMHHOIO
BAaCKYJiTY, (haciiiTy i rpaHyJJIeMaTO3HOTO HOJLYJISIP-
HOTO JIepMaTUTY, 110 B JIeSIKUX BUITQ/IKaX /Ia€ 3MOTY
miaTBepauTH fAiarao3 SAVI [10,37].

Y cepenHboMy, 3a JaHUMU Pi3HUX aBTOPIB,
70-84% xBopux Ha SAVI po3BuBaioTH ApyTUii
Ba)KJTMBUN CUMIITOM — IHMEPCMUYILHE YPalceH-
nst aezenie [19,42]. Onuc SAVI'Y. Liu ta criiBasr.
Ha/la€ KJACUYHUI CUMIITOMOKOMILJIEKC i3 HasiBHi-
CTIO JIETEHEBUX, IKIPHUX 1 CYAMHHUX IPOSBIB,
dKi MaHidecTyBaJ BoAHOUAC B TEPIN 8 THKHIB
JKUTTSI, IPUYOMY CKapru y 2 MallieHTiB HA TaxilmHoe
Bi/IMiUu€HO Iile B MepioJl HOBOHAPO/KEHOCTI [25].
YpaskeHnHsa JereHb y Ipolieci TPUBAJOTO CIIOCTe-
peKeHHS XBOPUX Bi/I3HAYAETHCA Y BCIX TAIliEHTIB
i caMe BOHO 0OYMOBJIIOE BUCOKHUI CTYIIHb iHBaIi/I-
HOCTI Ta CMEpPTHOCTI 3a I[bOTO 3aXBOPIOBAHHS,
6iJIbINe TPETUHH XBOPUX MOTPEOYIOTH OKCUTEHOTE-
parmii [19,22,23].
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Hespaskaroun Ha Te, 1m0 ae0I0T IHTEPCTHILIN-
HOTO JIETEHEBOTO ypakeHHs1 y XxBopux Ha SAVI
31e011b1I0T0 BiA0YyBAETHCSA B AUTUHCTBI, JeAKIUMU
aBTOPAMM HaBEJIEHO OMUCH PeCHipaTOPHUX CUM-
NITOMIB, dKi MaHidecTyBanu y 64-, 17- 1 6-piuHomy
Bitli. KiiHiuHI TPOSIBY iHTEPCTUIIHHOTO YPasKeHHS
JiereHb y naiientiB 3 SAVI po3BuBaoThcs MOCTy-
MOBO, CIIOCTEPITA€ThCS Mporpecyfoya  3anIIKa
(28,57%) i/a6o TaximHoe, KaIeab 10 HIUX J0JA€Th-
cs1 anre y 12,5% marntientis [19,43]. Takosx € mosi-
JIOMJICHHS T1IPO aJIbBEOJIIPHI KPOBOTEYl y XBOPUX
Ha SAVI [29,35]. ¥ 15,3% xBopux Ha SAVI Mmosk1-
BUII PO3BUTOK JiIeT€HEBOI apTepiaibHOI TillepTeHsii
[19]. ¥V pasi tskkoro mpupogHoro nepebiry SAVI
MAIiEHTH MOXYTh TOTPeOyBaTH TPAHCILTAHTAI]
JiereHb. [HOI y XBOPUX ONUCYIOTHCI 1HCTPYMEH-
TaJIbHO TATBEP/KEHI OOCTPYKTHBHI TOPYIIEHHS,
B abcomoTHol OGinbmiocti (80,9%) XBOpuX 3HM-
JKYEThC MUdy3iiiHa 37IaTHICTD JIeTeHb, IOCJIiIPKeH-
HST SIKO1 BBasKa€ThCst HeoOXiaamMm [19].

BaxnauBuM 711 CBOEYACHOTO — BUSABJICHHS
CYOKJTIHIYHUX YpaskeHb JIeT€Hb € 3aJydeHHsT iH-
IUX 1HCTPYMEHTAJbHUX METO/IB JOCJIXKEHHS.
Penrrenosioriuno (ibpos JiereHb omucaHo y ¥% ma-
L[CHTIB 1Ile B IEPUIOMY IiBPiudi KUTTH, 31e0i1b-
IIOTO 3a BiZICYTHOCTI KJAiHIYHUX PosiBiB. Ocobim-
BOCTSIMH TIPOSIBIB JIeTEHEBUX YpakeHb 3a JTaHUMU
KOMITIOTepHOI ToMorpadii mocTaloTh MaToOBi IIO-
MYTHIHHSI, MOPYIIEHHS JIereHeBOTO MaJllOHKa 3a
TUIIOM OYJIMKHOI MOCTOBOI i KicTH, 110 HabauKae
iX /10 TPOSIBiB ypaskeHb OpraHiB /IUXaHHS 3a CHU-
CTEMHUX BACKYJITIB Ta {HITUX CUCTEMHUX XBOPOO
CITOJTYYHOI TKaHWHU. BUKOpPUCTAHHS KOMITIOTep-
HO1 ToMorpadii BUCOKOI pO3PilTyBajbHOI 3/[aTHOCTI
Jla€ 3MOTY PO3PI3HATH [IIJITHKU TKAHUHU Y BUTJIAI
MaTOBOTO CKJIa, KiCTH, PETUKYJIAII, TOTOBIIEHHSI
1IeBpu, OPOHXOEKTAa3M, BUABJIATH O3HaKU eMi-
3eMU JiereHb, JiMGaJIeHOaTiio Ta TPOIBU JieTeHe-
BOI TimepTensii. biomcis yiereniB, He3BaskalOUN Ha
MOJKJIMBICTD BiJJOKpPEMJIEHHS IMYHHOTO 3anajleHHsd
Bi/l iH(MEKIIIHOTO, He JOIiJIbHA JIJIsT BCTAHOBJIEH-
Hst miarno3y SAVI, na gymMKy GiJbInocTi ekcrepriB
[17,29,37]. Onucano cepito Bunaakis SAVI 3 mepe-
Ba)KaHHIM TIPOSBIB ypa’KeHHS JIeTeHb 3a BiICYT-
HOCTI KipHUX ypaxeHs [29,30,32].

J. Munoz Tta cmiBaBt. [27] y cBoemy omuci
SAVI y xjyomuunka i3 BacKyJoIaTi€o MIKipH, pe-
UJAUBHUMH JINXOMAaHKAMW, 1HTEPCTUIINHUM 3a-
XBODIOBAHHSIM JIeETeHb 1 3aTPUMKOIO PO3BUTKY
MiIKPECTIO0Th, IO JiaTHO3 BCTAHOBJIEHO JIWTIIE
yepe3 7 POKIB, /10 YOro TAIIEHT CIIOCTEpiraBcs
Ta OTPUMYBAB JIKYyBaHHS SIK XBOPUI Ha TpaHy.Jie-
Mmato3 3 mosianriitom. N. Konig Ta cmiBasTt. [21]
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MOBITOMJISTIOTD TIPO POJUYIB i3 YOTUPHOX TTOKOJTIHb
i3 arbmMa 4JgeHaMu CiM'i, dKi MajJud YyparKeHHs
3a THUIIOM BOBYaKOIOMIOHMX oOMOposkeHb (lupus-
like chilblain). S.L.N. Clarke Ta criiBasr. [ 3] omucy-
I0Tb POJIMHY, Y TPHOX MOKOJIIHHSIX SIKOi BiJiMidaso-
cs IHTepCTHIliiiHE ypaKeHHsT JieTeHb y KoMOiHartii
3 paHHIM IOBEHLJIBHUM apTPUTOM. 3arajioM OJIn3b-
ko 38% xBopux Ha SAVI po3BUBaIOTH ypasKeHHS
cyrnob6is, y 9,8-15,6% mnaiieHTiB croctepiraerh-
ca miosut [19,39]. ¥V Bumagkax, cepornosuTus-
HUX 32 PeBMaTOiHUM (haKTOPOM Ta aHTUTIJIAMHU,
710 TUKJIIYHOTO IUTPYJiHOBAHOTO TENTUIY 4Ya-
CTO PO3BUBAETHCS JIECTPYKTUBHA apTpoNaTis, Ky
KJIIHIYHO CKJIAQJHO BiJ[PI3HUTH BiJl I0BEHIJIBHOTO
imionaruyHoro aptpury [3,37].

Y uBepTi NAIiEHTIB CIOCTEPIralTbhCs MATOJ0-
TiYHi TepejioMu Ha TJIi ocmeonoposy [39].

CoorofHi BW3HAHO, IO KJiHIYHUN (eHo-
tunt SAVI nysxe BapiabesbHMIA, OKpiM mpobiieM
31 MIKIpOIO 1 JiereHsIMU TAI[iEHTU MOXKYThb MaTH
peyuoueny eapsuxy (no 759 % [39]), cmiiky
nim¢padenonamiio ma nesponoziuni nposisu. Ocran-
Hi PEECTPYIOTHCS pijilie MOPIBHSAHO 3 I1HIIUMU
MOHOTEHHUMHU iHTephepoHonaTiaMu, OJHAK Y
16,7% niTeii 1m1epIIoro poKy sKUTTSI CIIOCTEPITAETH-
cs1 kanbiudikanis 6asaapHux rauriiis [19]. Tomy
HelpoBi3yaJsi3alliio CJiji TPOBOAUTU BCIM iTAM
i3 migo3poio Ha iHTEephEpOHOIaTIIo, 0COOIUBO
3a HAsIBHOCTI HEBPOJIOTTUHOI CUMIITOMATUKH, TTPU-
YOMY [IJIsI BUSIBJIEHHSI KQJIBI[MHATIB KpaIie 0OupaTu
KOMIT'TI0TepHYy ToMorpadilo, /11 BUSBJIEHHS 3MiH Y
PEYOBUHI TOJIOBHOTO MO3KY JIOI[IJIBHO Bii/IaTH Tie-
peBary MarHiTHO-pe3oHaHcHOi Tomorpadii [40].
€ TOoBIZIOMJIEHHS TIPO PO3BUTOK YPakKeHHS Ouei
(rnaykomu ta perunomnartii) 3a SAVI [4,11].

Iadopmartist ipo KJiHiuHI 0cobiMBOCTI ypa-
JKeHHs1 redinku y xBopux Ha SAVI oOMmexeHa,
MOBIZIOMJISAETLCS PO OKPeMi BUIAJKU TeNaTUuTy
Ta KiCTO3HOTO YpaskeHHs nedinku [ 15].

3ampumxa pocmy BinMidaeTbest y 64,7% miteit 3
SAVI [19,39].

Maiizke B mosioBuHi Bunajkisa SAVI y xBopux
criocTepiraeTbest yumonenivnuii cunopom (aHemist
Ta/abo JeiikoreHist Ta/abo TpomborurorneHis) [39].

[lixaBuM iMyHOJIOTIYHIM (DEHOMEHOM y XBOPUX
Ha SAVI € BUSABIEHHS aBTOAHTUTIN, IKi PEECTPY-
10ThCs, 3a MeTaanasmizamu, y 90,3-98,22% [19,42].
Haityacrinie aBTopy BUSABISIOTH aHTUHYKJEApHi
AHTUTINIA, AHTUHEUTPOMIIbHI IUTOIIA3MATHYHI
AHTUTIJIA 3 HU3BKOIO CHeNU(IYHICTIO 10 Miemolie-
POKCH/Ia3u Ta MPOTeiHa3n-3 i peBMaToiTHNH (hak-
Top. Takox BifMiua€Thcsl TOMIpHE 3MEHINEHH:
Bmicty T-smimbonuTtiB-xernepiB, KIITUH TTaM STi
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Ta 3pPOCTaHHA 4YacTKU HaIlBHUX T-71iMQOIUTIB.
Y Bcix xBopux migsuityerbest Bmict IFN y cupo-
BatIi KpoBi [39].

Xoua cepe/Hiil Bik 1e€610Ty 3aXBOPIOBaHHS CTa-
HoBuUTH 8,5 Mmicsiis (0—13 pokiB), 3arajioMm reHeTHY-
Ha JliarHOCTUKa IPOBOAMUTLCS 13 3alli3HEHHAM —
y cepenibomy y 8,5-piunomy Biti (1,25-65 pokis,
1HO/II — PETPOCTIEKTUBHO B TAIIEHTIB, AKi TOMePJIN
B JlopocioMy Bitti) [42].

3a faHuMu pisHux gocaiaHukis [19,39], icuy-
I0Th acoliarlii Mi>k MyTaIligMU TeHIiB 1 KJIIHIYHUMUT
npostBamMu xBopoOu. Tak, y pa3i BUSBIEHHST MyTa-
il p.S102P+F279L uacro peectpyerbest obJmiTe-
pytouwnii 6ponxiomit, myTatis p.V155M mnos’sizaHa
3 OLIBII TSKKMM 3aXBOPIOBaHHAM Jieretb (p=0,2),
cimeitni Bumazku 3 wmyTtaiigmu  p.G166E Ta
p.-G207E, naBnaxku, He MAtOTh JIETEHEBUX yPAsKEeHb,
narieaTn 3 MmyTaiieio p.N154S 3aBKan MaOTh Ba-
ckysomnario (p=0,03), Toxi gk JuIIe B MaIli€HTIB
i3 myTarieio p.V155M BoHa peECTPYETHCS JIUIIE
B UBEPTi BUIIA/IKIB.

Ortxe, 3a3HaYeHUN CUMITOMOKOMILIEKC MOXKe
CYTTEBO BIi/J[PI3HATHUCS, PO3BUBATHUCS HEOJHOYAC-
HO 1 Hara/lyBaTH Pi3Hi aBTOIMYHHI 3aXBOPIOBaHHS.
[udepenmiitanii niarao3 SAVI mae npoBoauTncs
3aJ1€KHO BiJl CHMIITOMOKOMILIEKCY 13 3aXBOPIOBAH-
HAMU, IO TPOABJSIOTHCS IHTEPCTUIIHHUM ypa-
JKEHHSM JIeTreHb 1 YPaKeHHSIMHU HIKIpU 32 TUIIOM
chilblain 4n iHIIUX CHHIAPOMIB aKPaJbHOI imeMii
(Hacamriepe]| i3 CHCTEMHUMU XBOPOGAMU CITOJIY Y-
HOI TKAHWHU Ta iIHITUMU aBTO3al1a/IbHUMU CUH][PO-
Mamn).

Y norounuit mepios BaxJIWBY POJIb Bijirpae
CBO€EYACHE TIPOBeJIeHHST T(ePEHIIIHOTO /1iarHO3y
3 TIATOJIOTI€I0, acOIliil0oBaHOIO i3 3aXBOPIOBAHHAM,
BukanKanuM Bipycom SARS-CoV-2 (COVID-19),
OCKIJIBKM BOHA TaKOK MOXe CYTPOBO/IKYBAaTHCS
MOTOYHUMU W BiTAIEHUMH yYPAKEHHIMU JIeTeHb
i mkipu. Mertaananisz gocmijzkenb [34,36] cBin-
YUTB, [0 YPAKEHHsI, TOAIOHI 10 0OMOPOKEHHST, Ya-
cTo acotiiioBani 3 iHdekIielo SARS-CoV-2, naii-
YacTille CrocTepiraioTbes B NAIiEHTIB MOJIO/IIOTO
BiKY, 4aCTO CyTPOBO/IKYIOTHCST HETATUBHUM TECTY-
BaHHsaM Ha SARS-CoV-2 ta serkumu (abo moBHi-
CTIO BIJICYTHIMM) TO3AIMIKIDHUMU CUMIITOMAMH.
[IpoanamizoBani  aBropamu 4982  Bumagku
chilblain, acouiitoBanumu 3 COVID-19, noxasy-
I0Th, 110 TibKU 19% mnarienTis MarOTh HA MOMEHT
KJTIHIYHUX TIPOSBIB MiATBEP/KEHHS 1H(DIKyBaHHS
SARS-CoV-2 (1103uTnBHi TecTH 3a M0JIiMEPa3HOI0
JIAHITIOTOBOIO  PEAKIN€I0, cepoJioriyni Tectu abo
BUSIBJIEHHSI 4aCTUHOK BipyciB y GionraTax).
Kniniunuii nepe6ir chilblain, acoriiioBanux i3
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COVID-19, € no6posikicaum: 80% mOBHICTIO 011y~
Kaun, 3 HUX 47% — Ges sikyBauss. [lepeBaskHO
HIKipHI TPOSIBU JIOKaJi3yioTbest Ha cromax (90%),
Ha pykax (18%), ommcyioTbcs K epuTeMaTO3Hi
a60 hioseToBl mamy/u, MakyJu, OJSIIKY, eposii,
Besukysan Ta Oy [26,34]. Acomiatist chilblain
i3 COVID-19, na nymxy Axel De Greef [6], me-
penbavyBaHa, TOMY IO MiZHOM 3aXBOPIOBAHOCTI
Ha COVID-19 criBmas i3 mepiojoMm MaKCUMaJIbHOI
MaridecTarii MoB’sI3aHUX 3 aBTOIMYHHOTO MATOJIO-
TI€I0 1 CIPUYMHEHUX XOJOIOM CE30HHUX YPa’KeHb
MIKipU  BHACJIZIOK Ba3OKOHCTPUKIINI TINOOKUX
MIKIpHUX apTepioJ, M0 MPU3BOAUTL 10 AHOKCII,
MOMIKO/IPKEHHST  KallJIsIpiB 1 KoaryJjomatii. AB-
TOP BBasKa€, 10 OLIbII TSKKI ypaskeHHs IIKIPU €
reHeTHYHO OOYMOBJIEHI 3HUKEHOIO BiAMOBIIIO
Ha IFN a6o 3 HagBHICTIO aHTHUTILJI 10 HBOTO, ITPOTE
ITi/IKPECJTIOE, 110 Bi/ICYTHICTh BUSBJIEHHS BiDYCHUX
YaCTMHOK y TKaHMHAX MOXKe CBIJYUTH, 1110 BipycC
eJIIMIHOBaHUUM caMme 3aBIdIKW JIOCTAaTHIN aKTUB-
Hocti [FN, 1110 nneBHo0 Mipoio cynepeuyuThb IIbOMY
npumytenHo. Onucani aHaJIoOTivyHI BUTAIKHU TTiC-
g BakiuHanii npotn COVID-19 [28] cBinuars,
0 Bipyc, sIK i BaKIMHA, MOKe OYTH TLIBKHU TPH-
repom  chilblain-nionibHoro  ypaskeHHsl  IIKipH.
[To6iuno 1191 TimoTesa mepeayounx intepdepoHo-
BUX TOPYIIEHb CTBEP/KYETHCSA 1 B aHATITUIYHOMY
ormsii Hamideh Molaee, sikuii y uBepTi mariienris
31 IKIpHUMU MaHidecTallissMu Iicas KIIHIYHO
manidectHoro Tta 6ezcumnromHoro COVID-19
BiZMiua€ HagBHICTH pojuHHOI ictopii chilblain
(we mov’s13annx i3 COVID-19) [26].

Came ToMy, 51K 3a3HaueHo Buiie, SAVI norpebye
poBesieHHs U epeHIliitHOTO AiarHO3y 3 THIIMMHA
iHTepdepoHONaTIAMU Ta IHNIUMU TEHETUIHUMU
XBOpoOaMH, sIKi MOKYTb MaTH CITJIBHI KJTiHIYHI
pucu (tabi. 1).

Y pasi BUsABJEHHSA TiJI03PIJOTO TIOMO iHTEP-
deporomnatii  CUMITOMOKOMILIEKCY B JIUTHHU
«30JI0TUM CTaHIAPTOM» TATBEP/KEHHS iarHO3Y
€ TIPOBe/IeHHS TEHETUIHOTO JOCTI/IPKEHHS, SKe JTa€
3MOTY BIJIOKDEMUTH CXOXKi Ha iHTepdepoHomnaTii
reHetnyHi cuHzapomu (tabu. 2) Ta iHm aBTO3a-
HaJIbHI XBOPOOH.

HesBaxkaroun Ha 3HAUHWI TIpOTpec y BUBYEH-
Hi TIaToreHe3y 3aXBOPIOBAHHS Ta BIPOBA/KEHHS
B KJIHIYHY MPAKTUKY HOBUX METOJIB i3 BUKOPH-
CTAHHSIM TapreTHOI Teparrii, TPOTHO3 Y TAIli€HTIB
i3 SAVI zanuinaerbcs He JysKe ONTUMICTUYHUM:
JetanbHicTh i noci carae 21,2% [39]. Cepemniii
BiK HAa MOMEHT OCTaHHBOI'O OOCTEKEHHS MAIlEHTIB,
3a TaHUMU OiJTBIIIOCTI aBTOPIB, CTAHOBUTH 12 POKiB
(miamaszon — 0,4—54,1), OigblIicTh MHAI[iEHTIB
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MOMUPAIOTh Y CEPEIHBOMY Billi 7 POKIB (Jialia3oH —
0,4—15); yHacTiIOK AUXaJbHOI HEIOCTATHOCTI,
roJrioprantoi HejlocTaTHOCTI, cericucy [19].

[Iporsirom GaraTbox POKIB CIIPOOM JIIKYBaHHS
SAVT BigbyBasncst 3a 3araJbHUME TIPUHITATIAMU
JIIKyBaHHSI BacKkyJionariil. Tak, 3a JaHUMU peTpo-
CIIEKTUBHOTO aHasisy [42], abcosmoTHa GiabIIiCTD
XBOpUX OTpuUMye Kopturocrepoinn (58,8% [42],
67,6% [11]) i 45,1% naiienTiB — iMmyHo/ieTpecan-
™ [19], 21,4% XBOpPHX MOCJiIOBHO OTPUMYIOTbH
JIeKiJTbKa IMYHOCYTIPECUBHUX TTpernapartiB (XiHOJIi-
HOBi 3acobm, MertoTpekcatr, Moderuity Mikohe-
HOJIAT, a3aTionpuH, JedJyHOMI, IUKJIOCTIOPUH,
mukaodocdamig, KoAXiluH, Taxigomin) Ta 6io-
JorivHux 3acobiB  (purTykcuMab, ToImIizyMad,
iH(JtikcuMa0, erarepiiernt) 6e3 SBHOTO PE3YJIbTaTy
[19]. Binbine TpeTuHU MAIieHTIB, 32 JAHUMU Pi3-
Hux metaanamisis (30,3-35,3-43,24% [11,19,42]),
OTPUMYIOTH eMIipuyHO iHribiTopu SHyc-KiHas,
MO /Ia€ 3MOTY MIBUAKO KYTipyBaTU JUXOMaHKY,
HOJIIIINTY CTaH JereHb i mkipu. JlikyBanus in-
ribitopamu SIHyc-KiHA3 MPU3YNUHSIE MPOTPeCy-
BaHHS ypasKeHHS JIETeHIB Y C€PeJHbOMY ITPOTATOM
2—3 pokiB, ajie juie 4aCTKOBO KOHTPOJIIOE TIE€PHU-
(epuuny BacKyJIomaTiio Ta He HOPMAaJi3y€ BMIiCTY
IFN [19]. [Hizkpecneno, 1Mo cTaH MKipH Ta Jiere-
HEBOTO ypakKeHHs HoJinimyeTbess B 50% XBopux
Ha SAVI xgiteni. B. Lin Ta criBaBT. BiiMI4aioTh, 1[0
B marienTiB 3 N154S-myTariiero, Kosin He criocTepi-
Ta€ThCs MOJIMIICHHS B Pa3i MpU3HauYeHHd KOPTU-
KoCcTepoiiB Ta iuribitopiB Anyc-kinas, AOMIILHO
0OTOBOPUTH MOJKJIMBICTD TIPU3HAYEHHS PETYJISI-
topie  Unc-51-moi6Hoi  aBTO(ari-akTuBy0Uoi
kiHazn (ULK1) sk asbprepHaTHBHOTO Tepanes-
TUYHOTO BapianTa [23,24]. IloBigomisieTbcst TIPO
BUIIAAKK PO3BUTKY CUHAPOMY BiJIMiHU iHTiIOGITOPIB
Anyc-xina3z i TSKKi iHGDEKITiTHI YCKTaHeHHS 3 He-
OOXiIHICTIO TTOIAJTBIIIOTO TIPOBEEHHST TPAHCIIIIAH-
Tallii JIereHb B OKPEMUX BUTIAIKAX.

Y 2021 p. ACR 3zamnpomnonoBano pekoMeHzaIlii
3 BeJIEHHST XBOpUX Ha iHTepdepoHomnatii [14].

Metoio JiKyBaHHA BBAKA€TbCSI KOHTPOJD
CUCTEMHUX 1 opra"ocmenu@iuanx MTposgBiB 3a-
XBOPIOBAHHS Ta JIIKyBaHHS YCKJIAHEHb. 3a IIMMU
peKoMeH/allisiMu,  (papMakoJioTiuHe  JIiKyBaHHS
iHriGitopamu SHyc-KiHasu, 30KpeMa GapUIIUTIHI-
60OM, IIPOIOHYEThCSA $IK ONTUMAJbHUI BapiaHT
JIKyBaHHS TaIllienTiB i3 I tumom iaTepdepono-
maTii, OCKIJTbKU [a€ 3MOTY 3MEHITUTH TIO/IeHHE
BUKOPUCTAHHSI KOPTUKOCTEPOIiB, MPU3BOIUTH
JI0 KJIIHIYHOTO TIOJIIIIIEeHHS, BKJIOYAIOUd 3MEH-
HIEHHSI IPOSIBIB BACKYJITY, yIHepe/KeHHsI CIIOH-
TAaHHUX aMIIyTalliii Ta crabijisaliio JereHeBoro
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Tabruys 1
KniHiyHi pucu iHTepdepoHonarTiin (XpOHIYHUA aTUNOBUN HENTPODINbHUIA AepMaTo3
i3 ninogncTpodgielo Ta NniaBULLEHOIO TEMNEPATYPOIO / CUHAPOM aBTO3anasibHOro 3axXxBOPIOBaHHS,
noe’a3aHoro 3 nporeacomamu (CANDLE/PRAAS), STING-acouiiioBaHa Backynonartia 3 ae6ioTtom
B AuTUHCTBI (SAVI) Ta Apkaabi—TyTbepa cuHgpom (AGS) [14]

FeHeTUuHI KniHiyHi pucu
3axBOPIOBaHHS iHntepdepoHonarin
CuctemHe 3ananeHHs
CANDLE/PRAAS, | PekypeHTHa MxomaHka, renarocruieHoMeranis, niaABMWEeHHsS LBMOKOCTI OCIAaHHS epUTOOLNTIB,
SAVI, AGS C-peakTnBHOro binka ta BMicTy IFN y KpOBiI
LLIKIDHI ypaxeHHs!
CANDLE/PRAAS HenTpodinbHWUIA NaHiKyiT, By3N0BUIA Ta aHYAAPHUI BUCKM, NINOAUCTROMISA
SAVI Chilblain, akpanbHa iliemia (Bia, PerHonoaibHnx GeHOMEHRIB 10 raHrPeHn Ta BTpaTV NasbLIB)
AGS Chilblain, naHikynit
HeBDOJIONYHI ypaXEeHHS

CANDLE/PRAAS E%J]j?j%)v:g?;bg%gmﬁﬂ rﬂ:H%#BeHHﬂ, MombaneHa NyHKLIA: CTEPWIBHUN MENOUMTOS.
SAVI IHoAI kKanbumdikauis 6a3anbHNX raHmiiB

3arprmka NCUxivHoro PO3BKUTKY, HEBPOSIOTIYHA PErpecia, NPorpecytoya Mikpouedanis, BOrHULEBI
AGS MOTOPHI NOPYLLIEHHS, cynomu. NiombBanbHa nyHKLjs: CTepl/lﬂval/lVl nﬂeMQLLMTpa ﬂiLLEsMU_LeHHﬂ OinkiB .

HeonTepunHy Ta TetparigpoHeontepuHy, IFNa. 3a AaHnmMn HenpoBidyanizaLi — nenkoeHuedanonaris,

KanbumdikaLis, paHHs Wwenaka atpodis Mo3ky 6e3 kanbuudikadji, MosMoa-nopyLeHHs

JlereHesi ypaxeHHsi
CANDLE/PRAAS JlereHeBa apTepianbHa rinepTeHsia 6e3 Gibpoay
SAVI IHTEPCTULIVIHI NEereHeBi ypaxXeHHs 3- ab0 6e3 nereHeBoi apTepianbHOI finepTeHaii
AGS JlereHea apTepiaibHa rinepTeHsia
YpaxeHHsa neviHku
CANDLE/PRAAS [MioBULLIEHHS aKTUBHOCTI TDAHCaMiHas, ctearorenaros
AGS MiABVILLEHHS aKTUBHOCTI TpaHcamiHaa
MetabonivyHi Ta eHOOKOUHHI MaHidecTail
CANDLE/PRAAS linepTeHaid, rinepninigemisi, NOPYLWeHHsA TONePaHTHOCTI A0 BYMEBOAIB (METaboNIuHUIA CUHAPOM)
AGS finoTMpeoiamam, LykpoBUI aiabeT, HeLYKpOoBUiA jabeT
M’930B0-CKeNeTHI YDaxeHHs
gAA\'/\:DA‘CEéPRAAS ADPTPUT, KOHTPakTypw cyrnobiB, MiO3uUT
PicT, pO3BUTOK
gAA\'/\fDAL(EéPRAAS 3arpumMka poCTy, 3MEHLLEHHA KICTKOBOIO Biky, OCTEONOPO3, 3aTpr1mMKa nybepTary
[emarosioriyHi nposisu
gﬁ\’/\:PAl‘géPRAAS' AHewmia, nenkonexia, nimgoneHia Ta/abo TPOMOOLMTONEHIS
YpaxeHHs o4eri
CANDLE/PRAAS Enicknepur, kepatnt
SAVI, AGS PeTnHonaris, rmaykoma
KapajiansHi rnopyLeHHs

AGS | Kanbupdikauia knananis, kapaiomMionaria

ypakeHHd B namienTis i3 SAVI [33]. Onnax dap-
MaKOKIHETUYHI JOCTI/KEHHS B JIiTel MOKa3yI0Th
KOPOTIIIMIA TIePio/l HalliBBUBEAECHHS OapUIIUTUHIOY,
BUMAraiouu 4acTilloro 03yBaHHH, HiXK y 10poc-
JIUX, 10 3[aTHO CYTTEBO TMOTiPIIUTH KOMILIAEHT-
micte [18]. Pykcomitumi6 i todarmrunid Takox
MTPOTIOHYIOTHCST SIK TIOTEHITIIHI BapiaHTH JIiKyBaH-
Ha [12,21,41]. OxHak HA CbOTOHI JKOJAHUHN MATIEHT
i3 SAVI, sxuii orpuMyBaB JIiKyBaHHsI iHTiGiTOpaMu
Anyc-kina3, He focAT MOBHOI peMmicii [ 14].

Huxue naBemeHo 3a3HaueHi peKOMeHAAIlili 3
BKa3aHHSM Y Jy’KKaX PiBHS 3TOJM Ta PiBHA /IOKa-
3oBocTi [14].
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TosoBHI TPUHITHITH

A. Tlamientn 3 aBTO3amajbHUMU iHTEPdEPO-
nonatismu  CANDLE/PRAAS, SAVI rta/a6o
AGS MaioTh XpOHiYHE CHCTEMHE Ta OpTaHo-
crienmuiuybe 3amajeHHs; 3a BiJICYTHOCTI JIiKYy-
BaHHS PO3BUBAETLCA TIPOTrpecyiode ypakeHHS
opradis i 3poctae pusuk cmeptaocti (4C/4C/4C
9,8 0,7).

B. [ns Bcranosiennsi mpiarnody CANDLE/
PRAAS, SAVI rta/a6o AGS nHeoOxiaHe reHernd-
He JIOCJIKEHHS, 110 MOJIerirye BUbip cTapToBOro
JikyBaHHsA. KpiM TeHeTWUYHOro KOHCYJIBTYBaHH4,
000B’SI3KOBUM € CKPUHIHT Ha Y CKJTaIHEHHS JIJIsI TIPO-

29




Yntamrte Hac Ha caunTi: http://medexpert.com.ua

OTAJAN

Tabnuys 2

FeHeTUYHI 3MiHM 3a iHTepdepoHonaTin [14]

FeHeTU4Hi 3axXBOPIOBaHHSA

| lFeHn

CANDLE/PRAAS-IMITyIO4] CUHODOMY/NEPexpecH CUHADOMM

NEMO-NDAS-aBTO3ananbHWi CUHAPOM

IKBKG (ek3oH-5 geneujis/noeaHaHnii BapiaHT)

SAMDOL -acoujinoBaHui aBTos3ananbHU CUHAPOM (SAAD)

SAMDOL (myTaujs 3cyBy)

[HLW

RNASEH2B

SAVI-iMITYIOHI CUHAPOMY/NEDEXDECHI CUHAPOMU

HediunT ageHo3nH-aesamMiHasm 2 ADA2

CimenHnin nionyc 0omopoxenHs (CHBL) TREX1, SAMHD 1
COPA-cnHapom COPA
AGS-iMiTyIO4I CUHOPOMW/NEPEXPECHI CUHAPOMM

IHLwi | RNASET2

HLLIT 3axXBOPOBaHHA 3 4YaCTKOBO epekpuBarto4iim CDG’HOTI/INOM

CnOHOMNOEHXOHAPOAMCNNASIS ACP5

CnHMTOH—MepTeHa CrHOPOM IFIH1, DDX58

PetnHanbHa aHrionarisa 3 LepebpanbHO NENKoaNCTPOdIED TREX1

TpixorenaroeHTepUTHIM CUHODOM TTC37, SCIV2L

HediunT ninononicaxapuapianosiaaoyoro noaidHoOro LRBA

00 6exeBoro akopa binka (LRBA)

MOHOreHHI nonycu Hediuntin KOMNOHEHTIB KOMIMIIEMEHTY Ta iH.

rHO3yBaHHsI Tozasbiinoro mepebiry (5D/5D/4C
9,51,0).

C. Meroro mikyBanns intepdepononariii [ Tumy
€ 3MEHIIeHHS CTYTeHs CHUCTEMHOTO 3alajieHHs
Ta ypakeHHs OpraHiB, 100 3amnobirtu abo oOme-
JKUTH PO3BUTOK 1/a00 MPOTPecyBaHHs iX MOIIKO-
JUKEHHS Ta MBUIUTA dKicTh kuTTs (2B/2B/2B
9,80,5)

D. ¥V xBopux ma CANDLE/PRAAS, SAVI
Ta/260 AGS HeoOXifHICTh TPUBATIOTO MOHITOPUH-
Ty aKTUBHOCTI 3aXBOPIOBaHHS, OpraHocrenudiy-
HOTO Ypa)kKeHHs/TIONIKO/IKEHHS Ta YCKJa/JHEHb,
OB SI3aHUX 13 JIIKYBaHHSIM, OTPEOYE yIacTi MyJib-
tuarcnuiIinapaoi komauau (5D/5D/4C 9,9 0,3).

THuBi Ly aabHi 0COGIMBOCTI CIOCTEPEKEHHS

I. Iynxmu, axi caio 6paxosysamu 01 diazno-
CIMU4HOI OUIHKU

1. IamienTn 3 HE3PO3yMIJIUM CUCTEMHUM 3aria-
JieHHaM (y ToMmy yncdi migsuients C-peakTuBHO-
ro 6isika (CPB), mBUAKOCTI OCiIaHHs epUTPOIUTIB
(IMOE) i/a6o IFN i kiHiuHi TPOSIBY, SIKi BKJIIO-
YaloTh BUCHII, JITTOAUCTPO(IIO0, CKeIeTHO-M SI30Bi,
HEBPOJIOTiUHi, JiereHeBi Ta MeTabOJiuHI 3HaAXi/-
KI) MaOTh OYTH MIBUAKO OOCTEKEHI [JIsT BUKJIIO-
yennss CANDLE/PRAAS, SAVI Tta/a6o AGS,
1[0 BKJIIOYAE MTPOBEIECHHS TEHETUIHOTO 0OCTEKEH-
Hsl, KJIHIYHE OIIHIOBaHHS, 30Cepe/’KeHe Ha CTYy-
IIeHI Ypa)KeHHSI OPraHiB, CKPUHIHT Ha HasIBHICTb
cynyTHix 3axBoptoBanb (4C/4C/4C 9,8 0,7).

2. [llamieHTiB i3 KJIIHIYHUMHA CUMITOMAMU
CANDLE/PRAAS, SAVI rta/abo AGS, sxki ne
€ HOCisMU Oy/Ib-IKOT MyTallii, 10 BUKJIUKAIOTH
3a3HaueHl 3axXBOPIOBaHHSA, CJiJ TepenaTtu 10
CITEIia/i30BAHUX JIOCTITHUIIBKAX TIEHTPIB, 3/1aT-

30

HUX IIPOBECTH TOJAJIblile 00CTEKEHHS Ta JIKyBaH-
s (5D/5D/5D 9,8 0,5).

T'eHeTnyHe OIiHIOBAHHSA

3. MyrTaliii B Takux TeHax, 110 BUKJIUKAIOTh
3aXBOPIOBAaHHS, MalOTh OyTH BKJIOYEHI B TeHe-
trnuanil anamiz (y pasi migospu Ha CANDLE/
PRAAS: PSMBS8, PSMA3, PSMB4, PSMBY,
PSMB10, POMP i PSMG2; y pasi mio3pu Ha
SAVI: STING1 (panime TMEM173); y pasi mifo-
3pu Ha AGS: TREX1, RNASEH2A, RNASEH2B,
RNASEH2C, SAMHD1, ADARI1, IFIH1, LSM11
i RNU7-1 (4C/4C/4C 9,8 0,6).

4. Tewernuni ypaskeHHsS, 10 IMITYIOTb
CANDLE/PRAAS, SAVI Ta/abo AGS, maioTh
OyTH BBeJEHI 0 JIarHOCTUYHOTO TE€HETUYHOTO
obcTexenus: 11 cranib, nmogionux 70 CANDLE:
BapianTu crtaiicunary B IKBKG, myTartii 3cyBy Ka-
npaB SAMDYL ta peniecuBni myTaitii B RNASEH?2
(A, B, C); nnd cranis, nogibuux 1o SAVI: TREX1,
ADA2 i COPA; ans cranis, nogionux 10 AGS:
RNASET2 (4C/4C/4C 9,4 0,9).

Kiiniune ouiHoBaHHs

5. Y mnamienriB i3 migosporo Ha CANDLE/
PRAAS, SAVI ta/a60 AGS omiHIOBaHHSI 3aXBO-
PIOBAHHS Ta CYIMYTHIX 3aXBOPIOBaHb, MOB’SI3aHUX
i3 JIIKyBaHHSIM, MA€ BKJIIOUATU CKPUHIHT HA MIKip-
Hi, HEBPOJIOTiUHi, JieTeHeBi, TIEYiHKOBIi, CepIIEBi,
reMaTo/IoriuHi, odTaabMOJIOriuHi, MeTaboiuHi
yPakeHHs, YPa)KeHHST OIMIOPHO-PYXOBOTO amapary,
OIIHIOBAHHS POCTY Ta PO3BUTKY.

6. Heifiposigyasmizaiiio ciji MPOBOAUTH 0OCO-
6aM i3 TiJO3POI0 HAa HEBPOJIOTIUHI CHUMITOMU
(MarHiTHO-pe3oHaHCHY ToMorpadilo sl BUSB-
JIEHHsI 3MiH 017101 Ta cipoi peyoBMHU, KOMITIOTEPHY
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ToMorpadiio /Jisi BUSIBJIEHHS 11epebpabHOI Kajlb-
nudikarii) (4C/4C/4C 9,8 0,4).

7. Y namientis i3 nepeabauysanum CANDLE/
PRAAS, SAVI ta/a6o AGS 3a6ip 3pa3skiB TKaHU-
HU 32 HeOOXiHOCTI (HApUKIIaz, CITAHHOMO3KOBO]
PiZIMHU, SIKITO € Ti103Ppa Ha HEBPOJIOTIYHE YPaXKeH-
Hs1, ab0 Gioricist MKipU 3 ypaskeHb) MOKYTh MijI-
tBepauTH fiarno3 (4C/4C/4C 9.4 1.1).

8. Yci mamienTy MaioTh 1poiTH 6azoBe o6CTe-
JKEHHS U BUKJIOYEHHS iMyHOAeDiIuTy, sKe
BKJIIOYAE TMOHANIMEHTITE iCTOPito iH(EeKITii, OTiHI0-
BaHHsI CyOnoIyJisiiiii giMmdorwtis i piBHi iMyHO-
rio6yminiB (4C/4C/4C 9,3 1,5).

II. o cnio epaxosyseamu y nikyeanmi

9. Jlixysanus nariientis i3 CANDLE/PRAAS,
SAVI rta/a6o AGS wmae OyTu cupsiMoBaHe Ha
JOCSATHEHHsT peMicii ab0 HM3bKOI aKTHBHOCTI 3a-
XBOPIOBaHHsI, 100 3amobirTi  MPOrpecyBaHHIO
MTOIKOA;KeHHs oprasiB. /s mamienTiB i3 SAVI Ta
CANDLE/PRAAS xoHTPOJIb 32aXBOPIOBAHHS CJIi/]
MATPUMYBATH 32 I0TIOMOTOI0 MiHIMaJIbHO MOKJIN-
BOi /1031 TyOKOKopTuKoifiB (2B/2B/2B 4C/4C/
He BU3HAYeHI)

10. Turibitopu SHyc-KiHa3 € KOPUCHUMU [IJIsI
noninmenHg cumntomisB y CANDLE/PRAAS,
SAVI ta/a60 AGS (2B/2B/2B 9,3 0,9).

11. ¥V mnamientiB i3 CANDLE/PRAAS, SAVI
Ta/a60 AGS mnepeq TpU3HAYCHHSAM iHTIGITOPIB
SAnyc-kiHa3 CKPWHIHT HA CYMyTHI 3aXBOPIOBAHHS
Mae Besnke 3HaudeHHs. Hapasi pexkomenmoBano
KOHTPOJIIOBATH BipycHe HaBaHTa)KeHHS B ceyi Ta
KpoBi, 1106 3am06irTi BIpPyCHUM ypaKeHHSIM Op-
raniB, Takum sik Heppomnatist (4C/4C/5D 9,3 1,6).

12.  TJOKOKOPTUKOIMN € KOPUCHUMM ISt
nouinmrents cumntoMiB CANDLE/PRAAS a6o
SAVI. Tpusane npusHayeHHsI TJIIOKOKOPTUKOIIIB
He TIOJIIIIITYE HEBPOJIOTIYHUX XapakTepucTk AGS,
Xoua B TOCTPUIN MepioJl TIIOKOKOPTUKOIIU MO-
KyTb OyTU KOPUCHUMU JIJIst JIIKYBaHHS 3aaJbHUX
CTaHiB, He TIOB'A3aHUX 3 YPaKeHHSIM I[eHTPATbHOI
nepsosoi cucremu (4C/4C/5D 9,0 1,3).

II1. o cnio epaxosyeamu 6 00620CMpPoK060-
MY MOHIMOpuUHzYy

13.  MyaprugucnuiiinapHa  KOMaHAa — T10-
TpiOHA [JIsT ONTHUMAJIHHOTO BeEHHS TAIliEHTIB 3
CANDLE/PRAAS, SAVI ta/a6o AGS, BoHa 36u-
Pa€eThCs Ha OCHOBI ITPOSIBIB 3aXBOPIOBAHHS TAIli€H-
ta (5D/5D/5D 9,9 0,3).

14. Crip peryJspHO KOHTPOJIOBATH AKTUBHICTh
3aXBOPIOBAHHSA Ta YITKOJKEHHS Bi/l 3aXBOPIOBAHHS
3aJIeKHO BiJl HO30J0TTYHOI OJIMHUIL, aKTUBHOCTI 1
TSKKOCTI, OIIHIOIOYM crienndiuni 715 3aXBOPIO-
BaHHS CUMIITOMH 32 IOIIOMOTI'0I0 BaJli/JOBaHOI IlIKa-

JIN OIIHKU SIKOCTI JKUTTS, a TaKOXK IIJIIXOM ypa-
XyBaHHs 4acTOTH rnpomyckis mkosu (5D/5D/5D
5D/5D/5D 9,3 1,8).

15. Ilix yac KOKHOTO Bi[BiZyBaHHS CJiJ| KOH-
TposioBaTH po3BUTOK aiteit (5D /5D /5D 9,8 0,4).

16. Hemae nokasiB Toro, 1110 pU3UKHU IS T1a-
mientis i3 CANDLE/PRAAS,SAVI ta/abo AGS
mo0 COVID-19 Bumii, wiXK y 370poBOTO Hace-
nennsd. Tomy mikyBaHHS iHTepdepoHONaTii He CJTif
MPUTTUHATH, KO HeMAa€ KOHKPETHUX MMPOTHUIIOKA-
3anb (5D/5D/5D 9,5 0,8).

17. 3aranom, nnsgs CANDLE/PRAAS ta SAVI
yci pyTUHHI BakIUHW (PKUBI Ta HEKUBI) TTOKa3aHi
32 BiJICYTHOCTI NPU3HAYEHHSI IMYHOCYIIPECUBHOI
Teparrii ab0 TIIOKOKOPTUKOIIIB, X04ua 11e Ma€ OyTu
PO3TJSTHYTUM 1HIUBIZYAIBHO B KOXKHOMY OKPEMO-
MY BUIIQJIKY.

Otxke, UId cBo€yacHOTO BugBieHHa SAVI He-
00XifHO y BCiX MAI[i€HTIB MOJIOJAIIOrO BIiKY 3 KOM-
GiHAI€I0 ypaskeHHsT JiereHb i HasBHICTIO O3HAK
MIKIPHOTO BACKYJITY TiCAs TPOBENEHHST BCebid-
HOTO OOCTEKEHHS i BUKJIIOYEHHS 1HITUX MPUIHH
PEKOMeH/lyBaT! TeHeTHUYHe JJOCIi/DKeHHS [ 1111 -
TBep/UKeHHs JiarHo3y. lIpuHnunu nozpasbiioro
criocrepeskens xsopux Ha SAVI xiteii nepenbaya-
I0TH OIIHIOBAHHS KJIHIYHUX TTPOSBIB 3aXBOPIOBAH-
Hg (JMXOMaHKa, BUCHII, TMepu(epuuHuil akpasb-
HUM BacKyJiT 1 1ucTpodiuni 3MiHU, pPeciipaTopHi
CUMIITOMM — 3a/IMIIIKa, TaXillHOe, CTOMJIIOBAHICTh
TOIO) 3a KOKHOTO BiIBiAyBaHHSI Ta J1abopaTop-
HUI MOHITOPUHI CUCTEMHUX IPOSIBiB 3allajeHHsI,
(byHKITIi HUPOK, CTaTEBOTO PO3BUTKY, POCTY, IIMOPid-
He JIOCTIIKeHHST MiHEPaJIbHOI IIJIbHOCTI KiCTOK.

Kpim Toro, 3ae;xH0 Bifi BUSIBJIEHHS TUX YU iH-
IIUX CHMIITOMIB XBOPOOW JIOIJIBHO PETYJISIPHO
HPOBOIUTU OOCTEKEHHST JIJISI BUKJIOUEHHST ypa-
JKEeHb CyTJI00iB, M'sI3iB, €HIOKPUHHUX MOPYIIEHb,
ypaskeHb Tedinku (y T.4. emactorpadifo), OrIsaman
OKYyJTiCTa, OPTO/IOHTA, Kap/IioJiora, HeBPOJora, pe-
KOMEH/IyBaTH TOJAJbIINN MOPIYHUI iHCTPYyMEH-
TaJILHUI MOHITOPUHT Y pa3i BUSABJIECHUX 3MiH.

Huxue HaBesieHO BUMAZ0K PAHHBOIL JiarHOCTH-
ku SAVI BiZIMOBIZIHO /10 BUKOPUCTAHHST BUITIEHABE-
JleHnX pexkoMenzaiiiil. CriocrepeskeHHs BUKOHAHO
BifiMOBiIHO /10 TpuHIMTIIB [ebciHChbKOI AeKIapa-
1ii. Ha npoBenennsa crocrepeskeHb OTPUMAHO 1H-
(dhopmoBany 3rofy 6aTbKiB IUTHH.

Kminiyauii BUnmagok

XJIOMUMK HAPOMKEHWN BiZl 3[0POBUX MOJIO-
X 6aThbKiB (POAMHHUI aHaMHe3 OOTSKeHMil: y Oa-
6yci — mcopias), 1 BaritHocti (Ha 12—14-My THXK-
HAX MaTH OTPUMYyBajia aHTUOIOTUKOTEpamiin 3
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npuBoay Ooperiody), 1 TepmiHOBHUX (izioso-
rivHux 1oJjioriB. Maca Tijla mpu HapoKeHHi —
3 kr 300 1, nosknna Tisa — 54 cM. Orinka 3a mka-
soto Anrap — 7/7 6anis. lemiennii 3a KajeHia-
pem y meprri miBpoky, y T.4. BIJK. Ha rpynnomy
BuronoByBanti OyB 2 wmicsii. Ha nutsuai indek-
IifHI 3aXBOPIOBAaHHA He XBOPiB. 31 CJiB Marepi,
[epioJIMYHO  BifiIMiuaBcs PO3BUTOK adTO3HOTO
CTOMATUTY TiCJSA BXKUBAHHA IIUTPYCOBUX. Y Billl
2,5 micsist OyB KOHTAKT i3 Matip’to, sika XBopija
Ha JsraGopatopho miarBepkerunit  COVID-19.
OckizbKu BOJHOYAC Y JIUTUHU TOMITUJIA TIOTIip-
IMEeHHS aneTuTy, 11 TOCHITANMi3yBalnu 3a MicleM
MeIIKaHHsl (MelnyHa JOKYMEHTallisl BiICyTHS),
Jie Y 3B’S13KY 3 BUSIBJIEHUM yPakKeHHSIM OpOHXOJIe-
reHEeBOi CUCTEMU TIPU3HAYNIN aHTUOAKTEPIAbHY
tepamifo. /laHi poBeIeHOTO 0OCTEKEHHS Ta OTJISI-
NIy TUTUHU He Ha/IaHo.

Y 4-micsauHoMYy Billi IUTUHU MaTW TIOYaJIa BiJl-
MiYaTu rinepemiio MIiK, CTOII, iHO/Ii 3 MIaHOTUYHUM
BiATIHKOM. XJIOIMYUKA OTJSHYTO TeliaTpoM, 3Mi-
HU PO3IIHEHO SK aTOMYHUU JePMaTUT, TPOBe/Ie-
HO JIIKYBaHHS 3BOJIOKYBJILHUME 3acO0aMM, aH-
TUTICTAMiHHUMM TIperaparaMu 0e3 J0CTaTHhOTO
edekty. OTJIIHYTO A€pMATOJIOTOM, 3alTiI03PEHO
cunazipom /J[xxanorTti—KpocTi, pekoMeHI0BaHO BU-
KOPUCTAHHA TOMIYHUX KOPTUKOCTEPOI/iB, Micid
4oro BifiMiueHo yacTKoBuUii edpekT. [Tics ix mpumnu-
HEHHS IIKiPHI 3MiHM TTPOrpecyBaJiu, a MicJs 1mepe-
HeCeHHS AUTUHOIO HEYTOUHEHOI'0 PeclipaTopHOro
3aXBOPIOBaHHS, 1110 CYIPOBOJ/KYBAJIOCS 1HTECTH-
HAJIBHUMU MPOSTBAMHU, Yy 9 MIicAIliB BXKe BiMiueHO
[[IaHOTUYHY HAOPSAKITY epuTeMy 3 eJeMeHTaMu
JIECTPYKITII Ha MOKaX, KIHUWKY HOCA, TTAIBIIX K-
CTell i CTOTI, MiI0NIBaX Ha/l TIKTHOBUMHU CYTJI00aMHU.
Ha moMeHT MOBTOPHOI KOHCYJIBTAIlil JIepMaTOJIO-
TOM TIPUITYIIEHO HASIBHICTD [upus pernio, peKoOMeH-
noBaHo i mposeneno B 10 wmicaiiB mand-6iornciio
IIKipKA CTETHA, 3a Pe3yJbTaTaMM SKOi BUSBJIEHO
rimepkeparo3 emizepMicy, iHITBTpaIio oro
Helrpodisamu, 6GasaabHy BaKyoJIi3allilo, CIIOH-
rio3, MiKBOJIOKHUCTUH MYIIMHO3 JIEPMU Ta JIiM-
doruTapHy  TepUBacKyJSpHY  iH(]IIBTpAaIio.
Ha mizcraBi qanux manHy-6iorcii AUTUHI BCTAHOB-
JIEHO [IilarHo3 TIiITOCTPOro IIKiPHOTO BOBYAKa.
[Tpore PeTPOCHEKTUBHO OI[iHIOIOUN JaHi 6iorcii,
MOJKHA BiJIMITUTH, IO HASIBHICTh HEUTPOMIIBHOTO
JIlepMaTo3y Ta BacKyJolaTii B IUTUHN MOJIOIIIOTO
BIKY /Ia€ 3MOT'Y IIPUITYCTUTH aBTO3alaIbHe 3aXBO-
pIOBaHHS.

[l BUKJIIOUEHHST CUCTEMHUX TIPOSIBIB XBOPO-
6u uTHHY Briepiie BceOiuHO 00CTEKEHO B yMOBaX
6aratornpodisbHoro crarionapy HarioHanbHoi

32

qnTa4oi crieriamizoBanoi gikapai «OXMAT/IUT»
y Bimi 11-12 micsis.

Ha momeHT rocmitasnizalii cTtaH XJomMuYvKa —
cepeiHbol TSKKOCTI, Temmeparypa Tija — 36,6°C,
yacToTa JAuXaHHd — 26 Ha XB, YacTOTa CepleBUX
ckopouerb — 110 wa xB. Carypailigd KUCHIO —
99%. Bemuke tiM'auko — 05%0,5 cm. Ha 06-
Jnydi, Tyay6i, CTOImax, KUCTSIX — IOIIMPEeHa epu-
TeMaTO3Ha BUCUIIKA 13 CHUHIOIIHUM BIJITIHKOM,
HaOPSIKJICTIO TIaJbI[B, iISHKAMKU BHPA30K Ha
[V-V nanpisx kucreii Ta cromnax (puc. 2). Ciauzosi
06os10HKN — 6e3 maroJoriyaux 3min. Jlimbosysnn
He 30ibieni. [lepKyTOpHUiT TOH HaJl JIETeHIMU —
SICHUN JieTeHeBUH. AyCKyJbTaTUBHO B JIETEHAX —
IyepujbHe [UXaHHS, TPOBOMUTHCS Yy BCi Bifili-
JIU JieTeHb, 6e3 marosiorivHux 1ymiB. ToHu cepiis
3a ayCKyJbTalil — JOCTaTHbOI 3BYYHOCTI, PUTM
MPaBUJIbHUM, MATOJOTIYHI HMIYyMU HE BUCJIYXOBY-
10Tbest. JKUBIT Z0CTYNHUN TIMOOKIN Majbhariii,
He 30iabinenuii, 6e36osicuuii. Ileuinka BucTyIae
3-mijg mpaBoi pebeproi ayru Ha 1 cM, cesesinka
He MaJbIyEThCsl. BUINOPOKHEHHS He 3MiHEHI.
CeuoBHUITYCK BIJIBHUM, JIiype3 1OCTATHI.

Husxue nHaBeneHo AaHi MOCJIKEeHb, TTPOBe/e-
HUX JUTHHI. 3araJbHUI aHaJi3 KPOBI: TeMOrI00iH
nemo 3Hwxkenuin (108-109 /1), HeBUCOKMIT
neiikoruros  (10,9—12,1x109/1), TpoMOGOIIUTO3
(664—-539x109/m), IIIOE momipHo migBuinere —
39-34 MmM/TOI.

Bioximiunuii anamis kposi: 6imox — 80 /1,
aKTUBHICTb JyKHOI ¢docdharazu — 210 Omn/u,
JakTar gerigporenasu — 353 Op/in, amaHiHami-
norpancdepasu— 51 O /m,acnapraraminorpancde-
pasu — 56 Ox/i1, kpeatundochokinazu — 16 O/,
BMiCT Ce4OBWHU — 3,8 MMOJIb/J, KpeaTUHIHYy —
16 MKMOJIb /JT, TIIIOKO3U — 4,7 MKMOJIb/JI, KaJiio —
4,8 mmosb/a, xjaopumis — 105 Mmomb/n1, Ha-
Tpito — 138 MMoJIb/JI, KaJibIlilo i0Hi30BaHOIO —
1,2 mmoub /5, dheputnny — 117,8 mxr/n, CPb —
4,3 mr/nn. CupoBaTkoBuii aminoigx A — 6,5 MKr/
MKJI — He TABUIIEHNH (HOpMa — /10 8 MKT/MKJI).

Koarysiosioriyne pociijizkeHHst: mapiiiaabHUR
TpomboILIacTuHOBHITYac — 32 ¢, TpoMOiHOBHITYAC —
13,8 ¢, pibpunoren — 3,88 /71, mpoTpoMbiHOBHIT Yac
15 ¢, mixkHapoe HopMai3oBaHe BiJIHONIEHHST —
1,1, nporpombinoBwmii ingexc — 88%, BOBYAKOBUIA
antukoaryasgat — 1,18 (pedepentri sHaueHHsS —
no 1,2), aarturpom6in 11T — 128,9% (Hopma —
80-120%), D-numep — 1,72 (Hopma — 110 0,5).

[Tix yac iMyHOJIOTIYHOTO JTOCTi/KEeHHST BUSBJIE-
HO CYTTEBO TIBUIIIEHIIT BMICT iMyHOTI00y TiHIB G
y kpoBi — 22,13 r/0, M —1,191/1, A— 0,86 r/71; 32
JIAHUMMU OIIHKU CyOIMOMy ALl JiM(oIuTiB nepu-
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6aTbkaMun AUTUHN)

(hepruHOI KPOBI BiI3HAYEHO 301/IBIEHHS Oy IS
B-nimdonntis, 3HMKeHHS abGCOMIOTHOI KiJIBKOCTI
T-smimbonuTis, He BUSABIEHO 30BCIM TPUPOTHUX
KizepiB. Bwmict imyHormobyainy JI — y Mexax
nopmu (0,1 /). C3-KOMIIOHEHT KOMIIJIEMEHTY —
1,56 /1 (pedepentHi snavennss — 0,8—1,5 r/mn),
C4 — 0,27 v/n (0,12-0,36 1/s1), aKTUBHICTH
(CH50) — 91 JIO (19-65 JIO). BmicT 1upky.io-
I0YUX IMYHHUX KOMIIJIEKCIB JIEIIO ITi/[BUIIIEHUN
(69; 3a nopmu 110 50). PeBmatoinnuii haktop — 11o-
3UTHUBHUN, aHTUHYKJIe€ApH] aHTuTIIa — 4,3 (11031-
tusHi), a/[HKII — 52 MO /v (no3utushi). Bmict
IL-1 y cupoBatTii KpoBi MOMIpHO MiBUTIICHUI
(12 i /1, 3a HOpMU J10 3 TIT/JN).

3a pesyJbTaTaMi 3arajJbHOTO aHali3y cedi Ta
KOIIPOJIOTIYHOTO JIOCJIi/[PKEHHS He BUSIBJICHO 11aTO-
JIOTIYHUX 3MiH.

3a manuMu peHTreHorpadii opraHiB TPYIHOI
KJIITKY BiMiueHo ABOOIYHI mmojricerMeHTapHi 3aTi-
HEHHS, MMOTOBIEHHS TJIEBPU 34 BIJICYTHOCTI JIiM-
danenomarii.

[Tigyac ¥ 3/] opranis yepeBHOI TOPOKHIUHY Bi/l-
3HAYeHO 301IbIIEHHS TIEPEHBO-32[HHOTO PO3MIPY
neuiaku (81 mMm) 3a ii HOpMaTBHOI CTPYKTYpH,
3 6OKY IHIIUX OPraHiB 0COOTMBOCTEN Ta TATOJIOT Y-
HUX ITPOSIBIB HEe BCTAHOBJICHO.

[HIIMX BUPa3HUX 3MiH 3 OOKY BHYTPIIIHIX Op-
raHiB, I[eHTPaJbHOI HEPBOBOI CUCTEMU Ta OPraHiB
MOYYTTIB B IMTUHU TaKOXK He BUHAWIEHO. 3a Ja-
Humu Y3/l cepiist MOPOKHUHU CEPIls, CTIHKUA Ta
KJIATIaHW He 3MiHEeHi, TTaToJOT YHIX TOKIB He OYJI0,
dpaxiist Bukumy — 70%. [lyra aoptu — 6e3 0cob-
JIUBOCTEH.

XJonmunka KOHCYJIBTOBAHO T€HETUKOM, XBOPO-
OM HaKOIMYEeHHS Ta MITOXOHpiajJbHa IIATOJIOTIS
BUKJIIOYEHO 3a OIIHKOIO Pe3yJbTaTiB BU3HAYECHHS
podiJiB aMiHOKUCJIOT TA AIUJIKAPHITUHIB METOZIOM
TaHZIEeMHOI Mac-criekTpomerpii. KoHcynsroBano ta-
KO TeMaTOJIOTOM, BUKJIIOYEHO T1aTOJIOTII0 CUCTEMU
remocrasy. OrzsgHyTo HesposoroM (6e3 1maToJIorii),
OKYJIICTOM (3BY’KEHHS CY/IMH CiTKiBKM). BpaxoBy-
09U POAVHHUN aHaMHe3 I1COopia3y, KOHCUJiyMOM
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Puc. 2. YpaxeHHs WKIpW PI3HUX OINSHOK Tina 3a TMrnom monyco,u,i6 chilblain y antyHm B. 12-micsuHoro Biky 3 SAVI (poTtorpadii nto6’a3Ho HagaHo

Puc. 3. 3MeHLWeHHs NposiBIB ypaXeHb LKIpM Hoca, penapauis ypa-
XeHb LIKIpW Lok Yepe3 1 Micaub Bif noyarky nikyBaHHS TOPaUUTUHIGOM
yantuHm B., 1 pik 5 mic.

JIEPMATOJIOTiB 0GrOBOPEHO BUKJIIOYEHHST aTUTIOBO-
ro MCOPIaTUYHOTO ypaxkeHHs HIKipu. Bummcano 3i
crarioHapy 3a HarloJISITaHHSAM OaTbKiB y 3B'SI3KY 3
FOCTPUM PECIipPaTOPHUM 3aXBOPIOBAHHAM y MaTepi.

JlutnHi npu3HAYEHO INATOTEHETHYHY Je3arpe-
TaHTHY, Ba30aKTHUBHY Tepamiio /I CHUMIITOMa-
TUYHOTO TIOJIIIIEHHS TPO(MIKU TKaHWH i3 MOPY-
neHHsaM 1epdysii Ta MPodITAKTUKA PO3BUTKY
JiereHeBol aprepiayibHOi rineprensii. [IpogoskeHo
00CTeKEHHS TUTUHU [T BUKIIOYEeHHs [upus-like-
amiH (chillblain) 3a iHmux xBopob (MOCTKOBIIHMIT
CUH/IPOM, NTapaHeoIlJIACTUYHUI CUH/IPOM Ta aBTO-
3amajbHi 3aXBOPIOBAHHS) Tijl Yac TOBTOPHOI TO-
critasizaitii yepes 1 micsip. BpaxoByroun anammes
COVID-19, Bukmo4YeHO TOPYIIEHHS, TOB'A3aHi
3 SARS-CoV-2. Imynornobymmiau xkaacy M ta G
10 SARS-CoV-2 Ta anturina 1o S-ta N-mipoteinis
y IMTUHU He BUSIBJIECHO.

[IpoBeserno MaraiTHO-pe30HAHCHY TOMOTrpadiio
Beboro tista (T2 COR 6 mm b50, b800/ADC TRA
5 mm, T2 TIRM SAG 4 mm, T1 TSE SAG 4 mm,
T1VIBE DIX TRA 4 mm), 3a pe3yJibTataMu sIKOi He
Bi/IMIY€HO 3MiH rOJIOBHOTO MO3KY Ta KiCTOK Yepera,
IpOTe Bifi3HAUeHO 30€peKeHHsT MHOKUHHUX JIiJIsI-
HOK TiIIOBEHTUJILIII] JIereHb Yy I0P3aJbHUX CeIrMEH-
Tax, MiABUIIEHHS TiZAPOMITHHOCTI CepeIoCTIHHA.

BpaxoByioun BHABIEHUII CHUMIITOMOKOMILIEKC
31 WIKIpHUMW 3MiHAMHU Y BUIJISIII TOAIOHUX 10
O0OMOPOJKEHHSI aKpaJbHUX YpPakeHb, HAsSBHICTDH
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IHTEpPCTUIIIHOTO ypakeHHsT JiereHb, B3STO 6i0s0-
riYyHUN Marepiaj /sl NPOBEeHHS TeHeTUYHOTO
JOCJIIJIZKEHHSL.

Ockinpku micasg 12 MicaIiB y XJIOMYMKA BU-
SIBJICHO TIOTIPIIEHHST CTaHy IIKIpA, HAPOCTAHHS
ypaskeHb HOCa, BYX, TOMY ex juvantibus posmoda-
TO CUCTEMHY KOPTHKOCTepoinHy Teparito. Ha teit
vac 6ATHKU CAMOCTIHHO TPUMUHUIN Ba30aKTUBHY
Tepartio, MicJig 4Ooro 3HOBY BiJIMiU€HO TOTipIIeHHI
CUMIITOMIB 3 OOKY HIKipu.

[Ticnsg mpoTo OTpUMAHO pe3yJabTaTh MPOBEIEHO-
TO TeHeTUYHOTO TECTYBaHHS BapiaHTiB d74 reHiB
(nmaboparopiss INVITAE, CIIIA), acoriiioBanux
3 iMyHozedinUTaMU Ta aBTO3AlAJIbHUMU CHUH-
J[POMaMi:  BUSIBJIEHO  IIATOT€HHY  TeTepo3u-
rotny wmytaiito B teni TMEM173 (STING1)
(exon 6, ¢.616T>G p.Cys206Gly). Takox Bix-
MiYeHO TeTepo3uroTHi MyTarii B remax NOD2,
ITGB3, LLRC&A, TERT (imoBipHO, KJIiHIYHO He-
3HAYYTITI ).

Jlutuni posmnoyaro tepariio inribitopom Adnyc-
kina3 rodanutuai6bom. Yepes 1 Micsih y AUTUHA
36epesxeno miapuienus IIOE, neitkomuros, mpo-
Te BUSIBJIEHO HEBEJIMKI TO3UTUBHI 3MiHU 3 GOKY
nikipu (puc. 3).

Yepes 2 wicsili iMyHOJIOTOM  3alTPOIMOHOBAHO
y4acTh y KJIIHIYHOMY JIOCJIi/KEHH] 3 BUKOPUCTAHHAM
irmroro inriditopa SIHyc-KiHa3 Ta oHOYACHE TIPUTTH-
HEHHSI 3aCTOCYBaHHS iHIMUX MeankameHTiB. ITicss
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