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IPEX-cuHgpom (immune dysregulation, polyendocrinopathy, enteropathy, X-linked syndrome) — Taxke cnagkose X-34enneHe 3axsopiosaHHs
3 rpynu NEPBUHHKIX iIMyHOAEDILWTIB, acoujioBaHe 3 MyTaujamn B reHi FOXP3, akuii koaye KNio4oBmii hbakTop TpaHCKpUAL|i Ans T-perynaTtopHmnx
NiMOOUMTIB. Y natoreHesi 3axBopioBaHHsA OCHOBHY POSb Bifirpae nopylweHHs Ao3piBaHHa CD25+CD4+-T-perynatopHux nimpoumnTie (TR), Aki
3AJIMCHIOIOTE B EMHY CENEKLI0 ayTOPEaKTVBHUX KIIOHIB T- i B-nimbounTie, yHaCNiA0K 4Oro BiAOyBaETLCHA BTPATA OPraHisMoM ayToToNepaHT-
HOCTI Ta PaHHi PO3BUTOK NMONIOPraHHOI ayToiMyHHOI NaToNorii B NoedHaHHI i BUpaxkeH M NopyLIeHHsIM NPOTUBIPYCHOMO Ta aHT1bakTepiasbHO-
ro iMyHiTeTy. TMNoBOIO KNiHIYHOW KapT1HOIO IPEX-crHapomy € Tpiaaa: ayToiMyHHa eHTeponaria, eHaoKpyHonaria (LlyKpoBuid aiadbeT 1-ro tuny,
ayTOIMYHHWI TUPEOIANT), YPaKeHHs LLKIpKY i/ab0 Cnm3oBmx 0O0N0HOK, ane MOXIMBOIK € ByAp-ska KoMOGiHaLlis ayToiMyHHOI natonorii abo i30-
NbOBAHE YPAXEHHS OKDEMUX OPraHiB. Mpn UbOMY YPaXKEHHS KMLLIEHYHMKA (ayTOIMYHHA eHTeponaria) BUSBASETbCS NpakTnyHo B 100% nauieHTis.
JTabopatopHi iMyHOMOri4HI Mapkepn IPEX-CHOPOMY BIACYTHI (3aXBOPIOBAHHS MOXHA BUSBUTA TilbKW 38 IONOMOIOI0 FEHETUHHOMO OOCTEXEHHA —
NaHenbHOro CEKBEHYBAHHS MeHiB), LLIO NOPSL, i3 BApiabenbHICTIO KiHIYHMX NPOSIBIB CTBOPIOE 3HAYHI AiarHOCTUYHI TOYAHOLL.

HaseneHo kniHiYHUiA BUNagokK |PEX-cuHapoMy, KNiHiYHUMK 0COBAMBOCTSIMI SKOro Oy i301b0oBaHa eHTeponartis 6e3 kiiHiko-naboparop-
HVIX 03HaK ayTOIMYHHOMO YPaXeHHSs! iHLLINX OpraHiB, a Takox TAXKMI CTyNiHb ypaxkeHHs! CAM30B0i 000A0HKM TOHKOI KMLLIKWX (TOTanbHa atpodist
BOPCVIH) i CTpIMKe NPOrpecyBaHHs 3aXBOPIOBAHHS, HE3BaXalouu Ha NisHilt AeBi0T KNIHIYHKX NPOSABIB (Ha 2-My POL XUTTS OUTUHK), SKMIA aco-
UJI0IOTh i3 «M'AKMMM» MyTaLligMK reHa, Ginbll NerkmM nepebirom i Binbll CAPUATAMBIM NPOrHO30M. JTabopaTopHUMIK OCOBAMBOCTSMM Takoro
BMNAAKY Oynv: HEraTvBHI CEPONOTIHHI MapKepK ayTOIMYHHOIO YPaXEHHS KULLIEYHVKA Ta NiABULLIEHWI DIBEHb T-perynatopHux nimoumtis CD4+
CD25+ CD127 low+, xo4a ansa IPEX-CHAPOMY xapakTepHi 3HXEHHS ab0 BIACYTHICTb T-perynaTopHNX KNTUH.

IPEX-cuHApPOM y UbOro NaujeHTa NiaTBEPAXEHU FEeHETUYHNM AOCAIAXEHHAM — Npu cekBeHyBarHi reHa FOXP3 BusiBneHa natoreHHa mMytadis
C.736-2A>T (Splice acceptor).

JlocnigkeHHst BUKOHaHO BiANOBIAHO A0 NPUHUMNIB MenbCiHCbKOT Aeknapadji. Ha npoBeagHHs AocniaxXeHs 0TpuMaHo iIHPOPMOBaHY 3rofy 6aTbKiB.
ABTOPYM 3asBNF0Tb NPO BIACYTHICTE KOHDNIKTY IHTEPECIB.

Kntouogi cnoea: fjm1 paHHb0ro Biky, NepBrHHUY imyHoaediumT, IPEX-cuHapom, myTadji reHa FOXP3, ayToiMyHHa eHTeponaris, giarHocTuka.
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IPEX-syndrome (immune dysregulation, polyendocrinopathy, enteropathy, X-linked syndrome) is a severe inherited X-linked disease from the
group of primary immunodeficiencies associated with mutations in the FOXP3 gene, which encodes a key transcription factor for T-regulatory
lymphocytes. In the pathogenesis of the disease the main role plays disorder of maturation of CD25 + CD4 + —T-regulatory lymphocytes (TR),
which carry out negative selection of autoreactive clones of T- and B-lymphocytes, resulting in loss of autotolerance and early development
of multiorgan autoimmune pathology in combination with severe violation of antiviral and antibacterial immunity. The typical clinical picture of
IPEX-syndrome is a triad: autoimmune enteropathy, endocrinopathy (diabetes mellitus type 1, autoimmune thyroiditis), skin and/or mucosal
lesions, but any combination of autoimmune pathology or isolated organ damage is possible. At the same time, intestinal lesions (autoimmune
enteropathy) are found in almost 100% of patients. Laboratory immunological markers of IPEX-syndrome are absent (the disease can be
detected only by genetic testing — panel sequencing of genes), which, along with the variability of clinical manifestations, creates significant
diagnostic difficulties.

The article presents a clinical case of IPEX-syndrome, the clinical features of which were isolated enteropathy without clinical and laboratory
signs of autoimmune damage to other organs, as well as severe lesions of the small intestinal mucosa (total villi atrophy) and rapid disease
progression despite late onset (during second year of life). Although immunologists associate the late onset with «soft» mutations in the gene,
easier course and more favorable prognosis. Laboratory features of this case were: negative serological markers of autoimmune intestinal
lesions and elevated levels of T-regulatory lymphocytes CD4 + CD25 + CD127low +, although IPEX-syndrome is characterized by a decrease
or absence of T-regulatory cells.

IPEX-syndrome in this patient was confirmed by genetic research — sequencing of the FOXP3 gene revealed a pathogenic mutation
c. 736—-2A>T (Splice acceptor).

The research was carried out in accordance with the principles of the Helsinki declaration. The informed consent of the patient was obtained
for conducting the studies.

No conflict of interests was declared by the authors.
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acToTa BUSABJICHHS I€PBUHHUX IMYHO-

nedinuris (I1L/1) cepen miteit paHHbBO-

rO BiKy IIPOTATOM OCTAaHHBOTO Yacy Ma€
YiTKy TeHJIEHIIIIO /10 3POCTaHHS, 1[0 TTOB SI3YIOTh i3
TIOTITUPEHHSIM ITi€1 TPy CITAIKOBUX 3aXBOPIOBaHb
y TIOIYJIAIl Ta YOCKOHAJIEHHIM METO/IiB iXHbOI
JiarHOCTUKU. BaskiuBUM 3aBAaHHSAM IIPaKTHY-
HOI MEJMIMHN € MAaKCUMaJIbHO PAHHE BUSIBJIEHHS
III/1, mo mae 3MOTy CBOEYACHO MPU3HAYUTU He-
o0XizHe JTIKYyBaHHS, CIPUSIE MOJIMIIEHHIO SIKOCTI
JKUTTSI, TIOTIEPe/KEeHHIO0 1HBaTiAn3allii Ta mepe-
yacHO1 cMepti marienTta. [/ xapakrepusyoTbes
Bapiabe/IbHICTIO KJITHIYHUX 1 Tab0paTOPHIUX O3HAK,
1[0 3HAYHO YCKJIAJHIOE /IIarHOCTUKY Ta BiAITEepPMi-
HOBY€ Bepudikariito giarnosy. [latosoriunuii mpo-
11eC B OPraHismi MosKe OyTH SIK IOJIIOPraHHUM, TaK
i 3 130JIbOBAaHUM Ypa)KEHHIM OKPEMUX OpPTaHiB.
Tomy BOKIMBUMU € MYJBTUAUCITATITIHAPDHUN TTiJ1-
XiJl 710 maiieHTa Ta 00i3HAHICTh MPAKTUKYIOYHX
JIIKapiB I0/I0 «4ePBOHUX IPAIOPIIiB», SAKI BKa3y-
10Th Ha fimoBipHicTh [11/], HeoOxinHicTH TPOBEAEH-
HSL IMYHOJIOTIYHOTO OOCTEKEHHS Ta CKepyBaHHS
naiienTa /10 imysosora [17,23].

Kniniunumu nposBamu Garatbox ¢opm IT1/]
€ TaCTPOEHTEPOJIOTTUHI pPO3Jajiu, 9Ki PO3BUBAIOTh-
cd BHACJIJIOK TIONIKO/KEHHS PIi3HOTO CTYyIeHs
(BiJT JIETKUX /10 IysKe TSHKKUX ) CTU30BUX 000JIOHOK
MIJIYHKOBO-KHUIIIKOBOTO TPAaKTy — PEIUIUBHUI
adgTo3HUll cTOMATUT, aTPO(iUHN TaCTPUT, AyTO-
IMyHHA eHTepoIarTisl, ayTOIMyHHUH relaTUuT TOIIO.
3arnaybHi 3aXBOPIOBAHHS KUIIEYHUKA 3 [Iy’Ke paH-
HIM 1TOYaTKOM (TTPOTATOM TEPIINX 2 POKIB JKUTTS )
i/abo cTiiiki 10 JTiKyBaHHSI BCe YacTiiie po3rJis-
MAt0Th SK TEPBUHHY MaHidecTaliio BpPOKEHUX
imyHOZedinmmTiB. TsokKi 3aXBOpIOBaHHS KUIIEY-
HUKa MOKYTh OyTH acolliiioBaHi 3 HaOyTHM iMy-
Hoztedirmurom (BLJI-indexiis, iMmyHOCYyTTpECUBHA
Teparrisi) a00 jessKkuMu (HopMaMK IIEPBUHHOTO iMy-
Homedituty (cenexktuBHU imyHopedinut IgA,
TSOKKUIT KOMOIHOBaHMN iMyHOzediIuT, aramMmMa-
riobyinemis,  X-3derieHa — rinoramarjao0y.i-
Hemist, cuHApoM Bickora—Ouapuya, 3arajabHUi
Bapiabenpamii  imynogedinur, IPEX-cunmpom,
XpoOHiYHa TpaHyjoMaTo3Ha xBopoba, CD25 pedi-
ut, cungpom Owmena, NEMO cunapom, [L-10
nedirur, IL-10RA meditur, STATSb Tommo) [17].

Jlo KTHIYHUX 03HAK ypaKeHHS KUIIeUHUKA, SKi
BKa3yIOTh Ha UMOBIpHicTh y mamienTa [11/], moskaa
BiJiHECTU TPUBAJY, CTIMKY /10 JiKyBaHHA JAiapelo i
BUPAKEHUN CUHJPOM MaJIbaCUMIJAIi MaKpo- Ta
MIKPOHYTPI€HTIB 32 PaxyHOK (POPMyBaHHS €HTe-
pomarii (ypaskeHHS TOHKOI KUIIKW), PE3yTbTaTOM
SJKOTO Ha PaHHIX eTarmaX PO3BUTKY 3aXBOPIOBAH-
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H MOKe OyTH 3aTpuMKa (Hi3UYHOTO PO3BUTKY,
HOTIM — BTpara MacH Tijia Ta PO3BUTOK GiJIKOBO-
€HePTreTUYHOI HelOCTaTHOCTI (aX /0 Kaxekcii),
3aTpUMKa HEPBOBO-TICUXIYHOTO Ta I1HTENIEKTY-
aJbHOTO PO3BUTKY, TsKKA aHEMis, O3HAKW MOJIi-
rinoBiTaminogy, gedinuTy MiHEpaIiB i MikpoeJe-
MeHTiB [1,18]. BinnosizHo 10 cTanAapTiB MEIUIHOT
JIONTOMOTH «/liarHOCTHUKA Ta JIIKYyBaHHS TICPBUHHUX
iMmyHozedinuTiB» MiHicTepcTBa OXOPOHU  3/10-
pOB’st YKpaiHu, AT 3 XPOHIYHOI0 200 PEIUANBHOIO
Jliape€eio, PeIUINBHIMA KUITKOBUMU 1H(EKITIsIMH,
CUHIPOMOM MaJIbaCUMIJIATIII 3 BTPATOI0 MacH TiJa,
AyTOIMYyHHOIO €HTepoIarielo abo 3amajbHUM 3a-
XBOPIOBAHHSM KHIIIEYHUKA 3 J€OI0TOM MPOTITOM
nmepux 2 PokiB KUTTS g Bukaiodenus [T1/]
MatoTh TIPOXOAUTH TOraub/IeHe iMyHOIOTiuHe 06-
CTe)KeHHST — BUW3HAUEHHS CTaHy TyMOPaJIbHOTO
Ta KJIITUHHOTO IMYHITETY, CUCTEMHW KOMILJIEMEHTY,
aKTUBHOCTI (DaronuTosy, y HalCKJIAIHITNX BUTIA-
Kax — TeHeTHYHe 0OCTeKeHHs (CeKBeCTPYBaHH
TEeHiB).

Cepen IIIJ[ oxuwM i3 HaWCKIAQIHINTUX ST
nmiarHoctyBaHHd € IPEX-cunzpom  (immune
dysregulation, polyendocrinopathy, enteropathy,
X-linked syndrome; cun.: XLAAD — X-linked
autoimmunity-allergic dysregulation syndrome) —
TSOKKE CIAJIKOBe X-3uelieHe 3aXBOPIOBaHHS, aCo-
miioBane 3 myTaitismu B reni FOXP3, skuii koaye
KJTI0U0BUI (hpakTOp TpaHckpumiii 1 T-peryss-
topaUX JgimdbonuTie [4,6,14,19]. Hapasi onucani
6sms3bko 70 marorenHux MmyTaiiiii rena FOXP3.
Y marorenesi 3aXBOpIOBaHHA OCHOBHY POJIb Bili-
rpae iMyHHa [AMUCPETYJAllisl — TOPYIIeHHS [10-
spiBanns  CD25+CD4+-T-peryasitopHux — JiiM-
dormris (TR) [2]. Ymacmimok BimcytHOCTI abo
HernosHOIiHHOCTI TR-KIiTHH, gKi 3A1HCHIOIOTH
Bi/'EMHY CeJIEKIiI0 ayTOPEeaKTUBHUX KJIOHIB T-
i B-zimdonutis, BigbyBaeThcs BTpaTa OPraHisMoM
ayTOTOJIEPAHTHOCTI Ta PaHHill PO3BUTOK I10JIiOP-
raHHOI ayTOIMYHHOI 1IaTOJIOT] B TIOE/IHAHHI 3 BUPa-
JKEHUM MOPYIIEHHSIM IPOTUBIPYCHOTO Ta aHTHOAK-
TepiajabHOrO iMyHiTETY [2,5,6,14].

IPEX-cunapom HanexuTh 10 rpynu opda-
HUX 3aXBOPIOBaHb, a WOro yactoTa B TOIYJAIlii
Ha cbOrojiHi He BU3HaueHa. Hapasi B cBiTOBIil Ji-
Teparypi onucani Menmie 200 KIiHIYHUX BUTA-
KiB TeHeTnyHO miaTBep/zKeHoro [PEX-cunapomy,
xoua (paxiBIli BBa;KalOTh, IO PiBEHDb MOITUPEHOCTI
1IbOTO 3aXBOPIOBAaHHS 3HauHO Buiuii [2,4,19].
Ile mosicHIOIOTH BapiabesbHICTIO KIIHIYHUX IIPO-
SBIB, HEJJOCTaTHHOIO OOI3HAHICTIO JIIKAPiB, Y TOMY
YUCJITi IMyHOJIOTIB, 110710 Takoi popmu [11/] Ta Tpy -
HOTIIAMU TTiITBEP/KEHHS IaTHO3y — 32 Pe3yJibTa-
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TaMu JJabopaTOPHOTO IMYHOJIOTIYHOTO 0OCTEKEHHST
nanienTis 3 IPEX-cunapoMoM mMoxke He OyTi 3MiH
i3 GOKy KJIITUHHOTO Ta TYMOPAJIbHOTO IMYHITETY
ab0 MOKJIWBHIT MOMIpHUIT auchananc cyormory-
JIAMiN JiMGONNTIB, KU HE Ma€ CcHelnudivHoTo
xapaktepy Ta He Hactopoxye B mani [TI/] [9,14].
Tomy nmiarHo3 MO)kKHA BCTAHOBUTH TIJIBKU 3a J10-
MOMOT0I0 TEHETUYHOTO JIOCIKeHHsT (BUSBJICHHS
natoreHHoi myTaitii rena FOXP3 nisixom naness-
HOTO CeKBEHYBaHHS TeHiB), sIKe J0Terep Mae oOMe-
JKEHY JIOCTYTTHICTD Y TPAKTUYHIN MeJINTMHI.

Y 6ijbIIocTi MmalieHTiB 3aXBOPIOBaHHS Je0I0-
TY€E MPOTSTOM TEePIIOro IiBpivys KUTT. Y HOBO-
HapojpkeHux mepiuM mposgBoMm [PEX-cunapomy
Haifuacriilie € NepMaHeHTHUH HeoHaTaJbHUM 11y-
kposuii giaber [6,22,23]. Tomy BCi XJIOIYUKHY 3 IIUM
JIarHO30M MaroTh IIPONTH TeHeTHYHE 00CTEKEHHS.
3a JJaHUMU JITepaTypu, TPU CEKBEHYBaHHI TEHiB
natoreHHa myTtariisi rena FOXP3 BusiBiena B 4%
MaIiEHTIB YOJIOBIYOI CTaTi 3 MEPMaHCHTHUM HeO-
HATATBHUM IyKpOBUM miabetom [20]. Y miteparypi
ONMcaHi TaKOK BHUIAAKK BHYTPIIIHBOYTPOOHOTO
nebrory IPEX-cunzpomy, siki XapaKTepusyoThCst
HaNTSKIOIO KJIHITHOIO KapTHHOIO i NMPU3BOASATH
JI0 IpeHaTaabHOI 3arubeJti 1mioxa abo cMepTi IUTH-
HU B 11epio/li HOBOHAPOKEHOCTI [7,24].

g IPEX-cuHapoMy XapakTepHUM € TsIK-
KUl miepebir i HeyXuJIbHe TPOrpecyBaHHs XBOPO-
61, GIIBIIICTD iTEll TOMUPAE MPOTSATOM TIEPIITUX
1-2 poKiB KUTTSI Bifl TSKKOTO YPaK€HHS €HJI0-
KPUHHUX OpraHiB, eHTepomnaTii 3 TSKKUM IOpY-
IIEHHSIM TIPOIIECiB MepeTpaBieHHs B TOHKIN KUIIl-
Il Ta BUCHAXEHHSAM IUTUHU, TeHEePaTi30BaHOTO
cericucy [3,4]. Tomy BaRIUBUMU € MaKCUMaJbHO
paHHi [iarHOCTUKA Ta JIKyBaHHS, €IUHUM edeK-
TUBHUM METO/IOM $IKOTO Ha CbOTO/IHI € TpaHC-
IJIaHTallist CTOBOYPOBUX KJITHH KiCTKOBOIO MO3-
Ky [2,9]. Ha erami nmiAroToBKM 10 TpaHCIJIaHTAIIi1
MEePCIeKTUBHUM BBAKAIOTh 3aCTOCYBAaHHS IMYHO-
CYTIPECUBHUX TIpeNapaTiB, MO A€ 3MOTY CTPUMATH
nporpecyBanHst xBopobu [6,9]. Hapasi BuBuatoth
TaKOK MO’KJINBICTh 3aCTOCYBAaHHS TaprepHol Tepa-
nii narienTis 3 [IPEX-cunapomowm [2].

Tenernune miareep/kenna I[PEX-cunapomy
TaKOXX BaXJWBE B ILIAHI MEIMKO-TEHETUIHOTO
KOHCYJIBTYBaHHS CiM'i, OCKIJIBKHU € TiZICTaBOIO /I
npenatanabaoi /IHK-miarHocTrKY 11710712 90TOBIYO1
CTaTi TiJT Yac HACTYIHOI BariTHOCTI [6,14].

Kainiyauii BUnaaok

Sk npuksan ocobauBocTeil mepebiry 1poro 3a-
XBOPIOBAHHS HABEJCHO iCTOPIIO XBOPOOU AUTHHM
3 TeHeTn4yHO TiATBepakeHnM [PEX-curapomom.
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Xnonuux €. napommscea Big 111 BaritHOCTI, gKa
nepebirasa 6e3 yckuaaanenb, 111 disiosoriunmx
rmosioriB Ha 40-My TmkHi Tectartii. [Ipm mapo-
JUKeHHI cTaH AWTHHKA OyB 3aJ0BIIbHUM, Maca
tima — 3350 1, 3picT — 52 cM, OIliHKa 3a NIKAI0K0
Anrap — 8-9 6anis. CimeitHuii aHaMHe3 He 00TsI-
JKeHUH, 106 HecropiaHeHni, 6GaTbKU 30POBi.
Crapiii iTh — XJIOMYUKKA BIiKOM 7 Ta 5 POKiB —
3710pOBi. PerygapHOro MeJIudHOro CIoCTepe;KeHHs
3a JUTUHOIO MPOTATOM 1-TO POKY KUTTSI GaTbKu
yHuKamau. 3i cIiB MaTepi, XJI0muuK OyB Ha TPy/I-
HOMY BHUTO/IOBYBaHHI /10 4 MICAIlB JKUTTS, TIOTIM
OTPUMYBAB JIOMAIIIHE I[iJIbHE KOPOB’sSYe MOJIOKO.
3 5 MicsIiB — MOCTYIIOBE BBEIEHHSI MTPUKOPMY.
[IpoaykTH, sKi MiCTATD IJIIOTEH, TI0YaB OTPUMYBa-
T 3 7-8 micstiB. [Ipotsarom 1-ro poxy KUTTS ABidi
XBOPiB HAa TOCTPY pecIipaTOpHY BipyCHY iH(DeKIIit0,
y 6 micAriB — BiTpsiHa Bicna, MaB JIEKiJTbKa €Ili-
30/1iB HETSKKOI /liapel Ta aJleprivHoro BUCUIIAHHI
Ha Tii. 3 MpUBOMLY Jiapei o[uH pa3 mepebyBaB Ha
HETPUBAJIOMY CTallilOHAPDHOMY JIiKyBaHHI B MicC-
neBiit mikapui. [ligx wac iHmmMX emi3omiB miapel
6aThbKU MO0 MEJIWYHY JOMOMOTY HE 3BEPTaHCS.
Enizoanusi mpostBU aTOMYHOTO AepMaTUTy OyJIn
HE3HAYHUMHU Ta TPOXOAMJIM CaMOCTiiHO, ajepro-
JioriyrHe 06CTeKEHHs Ta JIKyBaHHs He TPOBO/IIIO-
cs. JluTuHa He BaKIIMHOBaHA. 3a CJIOBAMU MaTepi,
B 1 pik auTwHa Masa Bary 6;m3bK0 10 K.

3HauyHe TOTIPIIEHHSI CTaHy AUTUHU I10Ya0Csd
micag 1 poky (y Bitti 1 pik 4 micsiti) i3 KIIHIYHAX
MPOSIBIB TSKKOTO €HTEPOKOJITY — Jiapest (pscHe
3JI0BOHHE BO/ISTHUCTE BUTIOPOKHEHHS 31 CJIN30M /10
12—-15 pasiB na 100y ), aHOPEKCisl, BTpaTa MacH Tijia,
perigparais, cyodebpuiter. BaTtbku 1108 sg3yBa-
JIV 3aXBOPIOBAHHS 31 3MIHOIO XapuyBaHHS — JIUTH-
Ha 1ovajia OTPUMYBATH MOJIOKO Bifl 1HIIOI KOPOBH.
CriouaTky XJIOIMYMKA TOCIITANI30BaHO 10 MiCIIEBOT
JIIKapHi, MOTIM y 3B’3KY 3 TSKKICTIO CTaHy Tiepe-
BeJIEHO 710 00JIaCHOI AMTAYOI JiKapHi, e mnepedy-
BaB npotsrom 1,5 micsins (indexiiiine BitieHHs,
MOTIM — TiejiiaTPUYHE BiJfTiJIeHHd ). 3a pe3yJbraTa-
MU 00CTEKEHHSI BUKJIIOYEHO roCTpi GakrepiaibHi
Ta BIpyCHI KUITKOBI iH(EKIlii, KOpDOHABIPYCHY iH-
dexiito. Y 3aranbHUX aHasizaX KpPOBi 3apeecTpo-
BaHO TIOMipHE 3HWKEHHs PIiBHSI TeMOrIoOiHy
(91-105 t/n) Ta epurpormri (3,1x1012 —
3,4x1012), ouH ernizoz1 MiABUINEHHS KiJIBKOCTI Jieii-
kormtiB 10 18,8%109 i3 3cyBoM chopmyJsn BIiBO
(nasmmukosiziepHi Hewrpodim — 28%, toni — 2%)
i mBuakictb ocigannsg epurporuTis (IIIOE) no
17 mM/Ton, piBeHb TPOMOOIUTIB Ta €03UHOMDI-
JiiB — HOpMa. bioxiMiuamii aHasi3 KpoBi B AUHAMI-
ii: C-peaktusnuii 6imox (CPB) — 257,72 mr/x
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(Hopma — <6), inmT rocTpodazoBi MOKAZHUKT —
y MekaX HOPMU, NPOKAJIBIUTOHIH — 1,42 Hr/Ma
(nopma — <0,5 Hr/MJ1); HE3HAYHE T IBUIIEHHS TH-
MOJIOBOI 1Tpo6u Ta piBHSA anaHiHaMiHoTpachepasu,
rimonpoTeineMis, TIMTOKaMi€Mis; 1HIM MOKAa3HUKU
(3araspHuit 6LTipy6iH Ta ioro ¢pakiiii, KpeaTnHiH,
CEYOBUHA, TJIIOK03a, PiBEHb CUPOBATKOBOTO 3aJTi3a,
KaJblliil, HATPiil) — y Mexax BikoBol Hopmu. [lix
9yac IMYHOJIOTIYHOTO OOCTEKEHHSI BUSIBJIEHO BH-
CcOKUil piBeHb 3araysbHOTO IgE B cupoBatili KpoBi
(961 r/a ipu vHopmi <60,0), in11i iMyHOJIOTIYHI TT0-
KasHUKU OyJIM B MEsKaxX HOPMHU.

Mapxepu 11estiakii: BUSBJIEHO TiBUIIEHHS PiB-
Ha 1gG no rmaauny — 1288 Ox/ma (Hopma —
<12,5), iamri nokasnuku (piBerb IgA mo raiaauny,
piBerb IgG Ta IgA 10 nesamiHOBaHWX TMENTHJIIB
TJliaJIuHy Ta eHaoMi3iymy) — Hopma. AaTutina [gE
1o kazeiny — <0,1 (mopma), piBeHb KOPTHU30JIy B
cuposariii kposi — Hopma. Tect [166cona—Kyka —
xJI0puu noty 22,8 MekB,/J1 (HOpMa).

3a pesyapratamu Y 3/l: rinommasig Tumycy
(V=0,7 cm3), HUPKU, HATHUPHUKH, CEPIIEe — HOPMA;
OpraHu 4epeBHOI MOPOKHUHU — BUPAKEHUU Me-
TEOPU3M, JUJIATOBAHI METi KUNIEYHWKA 3 PIIKUM
BMICTOM, He3HaUHe 30i/IbIIEeHHST PO3MIPIB TEUiHKH
Ta eXOTeHHOCTI 11 TapeHXiMU; MiIMIYHKOBA 3371032
Ta ceJie3iHKa — HopMa.

3 TPUBOAY 3HAYHOTO TIiABUINEHHS PIBHS 3a-
ranpHoro IgE AUTUHY KOHCYJIBTOBAHO aJeproJio-
rOM, MPU3HAYEHO M000CTeKeHHs (XapuoBa ajep-
romaHesb) — BiaMmoBa GaThbKiB. /luTuHy Brepire
OTJISHYTO IMYHOJIOTOM Y Billi 1 pik 4 micsiii Ta 3ari-
JI0O3pEHO0 TIepBUHHUN iMyHO[ediuT — rinep-Igk-
CUHJIPOM (XOYa KJiHIYHI TIPOSIBU 3aXBOPIOBAHHS
B IMTUHU HE CTiBIAaIU 3 XapaKTePHUMU JIJIS TTi€l
dopmu II1]T). 3anponoHoBaHo reHeTHYHEe 0OCTE-
JKEeHHS, BiJl IKOTO OATHKU BiIMOBUJINCS, XO4a HOTO
MPOBEICHHST a0 O 3MOTY CYTTEBO paHilie mij-
tBepauTH fiarao3 [11/] i BctanoBuTH #ioro hopmy.

Y 3B’43Ky 3 MiI03poIo Ha 1eJliaKiio JUTUHY Iie-
peBejieHO Ha Ge3IJIIOTEHOBY MIETY, SIKY, 3a 3i3HaH-
HsM OaTbKiB, BOHU IHKOJIM IIOPyLIyBaau. Bpaxo-
BYIOUM TIOCUJICHHSI [[iapeifHOTO CUHAPOMY TIpHU
CHOKMBAHHI MOJIOUHMX CyMillleil, y TOMy 4YHCJIi
0e3JIaKTO3HMX 1 TINOOKOTIPOIi30BaAHMX, XJIOMYK-
Ka [epeBe/ieHo Ha TO/[lyBaHHS COEBOIO CYMIIIIIIIIO Ta
6€3MOJIOUHIMHU OE3TTIOTEHOBUMHU KalllaMHU.

B oGuacHiit JikapHi ANTHHA OTpUMYyBaJja JiKy-
BaHHs: aHTHOakTepiasbHa (medTym), iHDY3iii-
Ha Tepamisi TJI0KO030-COJbOBUMU  PO3YMHAMU,
B/B iMmyHoTepatisi (6i0BeH MOHO), aMiHOBEH, JIE€K-
caMeTasoH; per 0os — mpobioTHKH, (hepMeHTOoTEe-
pamist (kpeoH), MeraboJiiuHa Ta CHUMIITOMATHYHA
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tepamis. JlikyBaHHS MUTUHW HE MaJO TMO3UTUB-
HOrO edexty (yTpumyBasacsi BUpa)keHa jiapest
3 TSDKKUM CHUHJIPOMOM MaJIbaCUMIJIATIl, aHOPEK-
cis — roayBaHHs OyJI0 IepeBakHO 30HIOBUM, JIH-
TUHA TIPOJIOBKYBAJIa BTpavyaTu Bary, chopMmyBasia-
csI HAaAITSKKA TinmoTpodiss — KaxeKcist), y 3B'S3Ky 3
YUM JIJIST TIOIAJIBITOTO 0OCTEKEHHS Ta JIKYBaHHS
XJIOMTYMKA TTEPEBEIEHO /10 1HPEKIITHO-00KCOBaHO-
O BiJUTiJIeHHd /1714 liTeit panaboro Biky /1Y «IHcTh-
TYT TleJliaTpii, aKyIiepcTBa i TiHeKoJIoril iMeHi aka-
nemika O.M. Jlyk’saosoi HAMH VYkpainuns (1Y
«IITAT imeni akazemika O.M. JIyk’snoBoi HAMH
Vipaiuu») 3 giaraozom « CuHapoM MaababcopoIiii,
MaJIbJIUTECTi] HEYTOUHEHOTO TeHe3y, EKCUKO3 2 CT. 3
TOKCHKO30M 2 cT. TsikKa 6i/IKOBO-eHepreTHYHa He-
nocratHicTh (kaxekcis). [lepBunnuit imyHomedi-
uT — rinep-IgE-cunapowm (?). linonmnasis tumycy.
3aTpuMKa CTaTO-KiHETMYHOTO PO3BUTKY. Hemepe-
HOCHUMICTB IIoTeHy 6e3 tesmakii (?)».

Ilix gac rocmitasisaiii crtal AUTUHU TSKKUN
3a paxyHoK TinoTpodii 3 cT. (Kaxekcii), TsSKKO-
ro CUHJPOMY MaJIbaCUMLJAIiL, AlapeitHOro CUH-
ApOMYy 3 MeTabOJiYHUMU Ta eJeKTPOJITHUMMU
MOpYIIeHHSIMHU, JieTifiparaitii, inTokcukarii. Maca
tima — 6950 r (nedinur macu Tima — 40,8%).
3pict — 77 em. XJIOMYMK B’ Ui, TOJIOC CIAOKMIA,
BUpa)keHa M’S30Ba TIlMOTOHIs, IUTUHA HE CUJUTD,
He XO/INTh, CAMOCTIITHO TTPAKTUYHO He icTh (To/y-
BaHHS — uepe3 HaszoracTpaibHuii 3oum). IIkip-
Hi MMOKPUBM Ta BUANWMI CJAM30Bi 0OOJOHKN YHCTi,
6utiti, miKipa cyxa (mepramedTHa). Typrop TKaHuH
3HAYHO 3HMKeHUN. [ligmKipHO-KupoBUii TIpoIa-
POK 3HAYHO BUTOHUYEHWI Ha BCIX JIJIHKAX Tija.
MemninreasibHa Ta BOTHUIIEBA HEBPOJOTIUHA CUM-
nTomarukaneBusisiiena. [ lepudepuanisimboBysmm—
6e3 ocobauBocreil. Jlereni, cepiie — 6e3 0co0Jm-
Bocreit. JKuBiT 3HauHO 30iblIeHUI Y po3Mipax,
3AyTUH, 3a PaxXyHOK BWPAKEHOTO METEOPU3MY,
nayblallis MapeHXiMaTO3HUX OpraHiB CYTTEBO
yTpyaHeHa. BunoposxkHenns — 3—4 pasu/mo0y,
psIcHe, BOJSTHUCTE 3 JIOMIIIIKAaMU CJIN3Y, 3JI0BOHHE,
YaCTKOBO 3HeHapBJICHE.

JluTuHi 1IPOBEZEHO KOMILIEKCHE JabopaTop-
HO-1HCTpYMeHTa/IbHe 0OCTEKEHHsI. Y 3arajibHOMY
aHaisi Kposi: remornobin — 108 r/1, epurpo-
1t —4,32x1012 /51, rematokput — 30,4 %, aHizoru-
T03 (+), rinoxpomis (+), reitkorutu — 20,3x109 /1,
tpomboruT — 492x109/11; neiikorrapua ¢op-
MyJia: nanuukosiiepui (1/s1) — 2%, CerMeHTto-
sapepai — 30%, eos. (-), aimborutn — 61%, Mo-
vomutu — 7%, HIOE — 3 mm/rox. bBioximiunmit
aHaJIi3 KpOBi: 3arajbHmii 6110k — 46,7 /11, anbby-
MiH — 27,6 T/7, Timoko3a — 4,1 MMOJIb /7T, 3aTaIbHU T
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6imipy6in — 8,2 MKMOJIBb/J1, amaninamiHoTpacde-
pasa — 63 oxn/m, acnapmamaminompancgepaza —
28 on/n, myxHa docdaraza — 113 ox/n, KpeaTn-
HiH — 39 MKMOJIb/JI, cedoBuHA — 5,0 MMOJIB/JI,
CPb — weratuBHUU, TNPOKAJIBIUTOHIH —
0,2 w®r/mn, piBeHb eJEKTPOMITIB: Kagiii —
2,65 wMmosb/a, Kampmiii — 0,57  MMoOJb /I,
Hatpiti — 136,3 MMOJb/JT; TOKAa3HUKHW KHUCJIOT-
HO-JIY>KHOTO CTaHy, JIIIHUM CHEeKTpP, raMMa-Ty-
tamisTpancdepasa, jkoBuHi kucsaotu, AFP, depu-
THH — HOpMa.

ImyHODOTIUHE HOCTI/PKEHHS KPOBi: PiBEHb CU-
POBATKOBUX iMYHOTJIOOYJIiHIB 1 cybOmomysiii
giMmporuTiB — y Mexkax BikoBol Hopmu (IgG —
9,0 r/m, IgM — 1,34 rv/n, IgA — 0,70 r/an, CD3+
T-nimpouutu — 59,6% (4124/mxm), CD4+
T-nimporurn  — 39,3% (2717 /mxan), CD8+
T-nimboruru —19,7% (1362 /Mmm), CD19+ B-yim-
dbommtu — 35,3 % (2443 /mxir), CD56+ NK-nimdo-
mutn — 3,5% (245/mkn)), daronurapHa ak-
TUBHICTh HelTpodiniB — y Hopmi. [lig wac mo-
caijpkenasa  T-peryjagTopHux  JiMQOIUTIB  BU-
SIBJIEHO He3HayHe TijBuiieHHs piBHsa CD4+
CD25+—20,9% (nopma — 5—17%), CD4+ CD25+
CD127 low+ — 14,2% (wopma — 4—11%).

Antutina 1o SARS-CoV2 (IgM-antiCov19 IP,
IgG-antiCov19 IP) Ta BIJI (AB HIV%2) ne Buss-
JIEHO.

Auteprosioriure obcTexenHst: 3araibauii IgE —
238 TU/ml (mopma — <50,0), eosunodinbumit
KatioHHwuit 6110k — 6,07 Hr/mi (<24,0 HeraTUBH. ),
y xapyosiil naneni (20 ajepreHiB) BUSABJIEHO He-
3HayHe migBuiierHs (1 kimac) piBHS crienndivyHUX
IgE o Tpicku, s6s1yKa, KUTHBOrO GopoliHa. PiBeHb
cuerudiuanx IgE 10 Kopos’ssuoro Mosioka — BepX-
HS MeKa HOPMH.

Topmonasibie  obcreskenns:  pienb  TTI,
T4 BisnbH., T3 BiJIbH., KOPTHU3OIY B CUPOBATIl KPO-
Bi — HOpMa.

Tenernune obCTEKEHHS Ha 1eJliaKilo — BUsIBJIe-
Ho rajorun DQ8 (DQA1*03, DQB1*04), acortiiio-
BaHUU 3 MiIBUIIIEHUM PU3UKOM PO3BUTKY TIeJTiaKii,

Cepousoriuni Mmapkepu nemiakii — IgG mo Tka-
HUHHOI TpaHcriayrtaminazu — 30,90 (>18 — 1o-
3uTHBHMI), [gA 10 TKAHWHHOI TpaHCTIIyTaMi-
Ha3n — HOpMa, piBenb IgG Ta IgA o nesaminona-
HUX TENTU/IIB TJIaINHY Ta €HJAOMI3iyMy — y MesKax
HOPMU.

Anauis ceui 3araabHUN — 6e3 0COOJUBOCTEN.

Komnporpama — HeitTp. :up (+++), ;KUpHi Kuc-
JIOTU — He BUSBJIEHO, peakilis [perepcena — cuia-
60 MO3UTHBHA, CJIU3 Y BEJIMKIiil KiJIbKOCTI, JI€HKO-
IUTH — TYCTO TIOKPUBAIOTD TI0JIE 30DY.
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[Tankpearnuna esnactaza B Kam — 569,22
(Hopma); Kasbpotektud y Kami — 215,90 wr/r
(>60 — mo3uTUBHMIA).

[Mlngxom  TaHjeMHOI  Macc-CHEKTpPOMeTpii
BHKJIFOUEHO TIOPYIIEHHsST OOMiHY aMiHOKHCJIOT Ta
AlUJIKAPHITUHIB.

Yawsrpa3ByKOBe IOCTIIKEHHSI OpraHiB YepeBHOI
MMOPOKHUHU: YJIBTPa3BYKOBi O3HAKW BUPAKEHOTO
E€HTEPOKOJIITY, AMDY3HUX 3MiH MAPEHXIMU TediH-
KM, CEJIe3iHKH, acIUTy, JiBOGIYHOI miesoeKTasil.
Bupaxkenuit mereopusm. Bisyanizyiorbest po3Tsir-
HYTi TIETJIi TOHKOTO KuIiledHnKa 0 20 MM, CTiHKa
HaOpskiIa, moToBlleHa 10 2,3 mm. IlignuryHkosa
3ay03a — 6e3 0COOIMBOCTEIA.

[TpoBeneno enpockomiune oberexentst (i-
OGpOracTpOyOJEHOCKOIsI Ta KOJOHOCKOIIsS) 3
TICTOJIOTIYHUM 1 TICTOXIMIYHUM JOCJI/KEHHSIM
GionratiB ¢an30Boi 000MOHKN 12-Ta0i KUIIKH,
TePMiHAIBLHOTO Bi/IiTy KJIYOOBOT KUIIIKH, YCiX Bifl-
JIJIIB TOBCTOI KUIITKW, 32 PE3yJibTaTaMU SKOTO BU-
SBJIEHO TSKKUU TATOJIOTIYHUEN TIPOIEC Yy TOHKIM
KUIi: XPOHIYHUN BUPAKEHUN EHTEePUT i3 TO-
TaJIbHOIO aTpPodi€io BOPCUH, TMOTpodi€eio cau3o-
BOI 0060JIOHKH, [U(DY3HOIO JiMPOILIa3MaIIUTaPHOIO
iH(piBTpaIli€lo BJACHOI TIACTUHKN 3 BOTHUIIIAMU
HaOPsIKy, GibpO3y, AUIATAIIEI0 CYMH, BUPAKEHIM
3MEHIIEHHIM KiJTBKOCTI KeJIUXOMOAIOHNX KJITHH
i BHWXKEHHSAM iXHbOI  (QYHKII  (3HUKEHHS
PAS-peaxrtii).

3a pesyJbraTaMy €HI0CKOIIYHOTO 0OCTEKEHHST
CTPABOXO/lY, IIJIYHKA, TOBCTOI KHIIKU Bi3yaJbHO
[1aTOJIOTII He BUABJIEHO, a 34 JaHUMU TiCTOJIOTTYHO-
IO JIOCJIIZKEHHSI CTM30BO1 000JIOHKN TOBCTOI KUIII-
KU BUABJIEHO O3HAKU XPOHIYHOTO KOJIITY.

Otrpumani pesy/srati JJabopaTOPHOTO Ta eHJI0-
CKOIIIYHOTO 00CTEKEHHSI 3 HaNOIIbIIOI HMOBIp-
HICTIO BKa3aJu Ha HASIBHICTh y MUTUHU TIKKOI
1estiakii abo ayToimyHHOI eHrepornarii. Ha kopuctb
1estiaKii 3 HaATSKKUM 11epebiroM CBIIYMIIN Pe3yJib-
TaTh TeHETUYHOrO 00CTEKEHHS Ta ITaTaHATOMIYHO-
rO JIOCJI/IKeHHS CJIM30BO1 0O0JIOHKM TOHKOI KUIII-
ku. HeraTusni pesyibraTi BU3HaueHHsI OiIbIIOCTI
CepOoJIOTIUHUX MapKepiB Tiesiakii MOKHA TOSICHU-
T TIPOBENEHHSIM JOCTi/PKEHHS Ha TJi TPUBAJIOI
ariaguHoBoi gieTn. 3 iHmoro OOKY, BifCyTHICTH
edekTy Bil 3aCTOCYBaHHS arjiaJiImHOBOI JIIETH,
He3Ba)KalouM Ha IHTEHCUBHY Tepariio — IIBUKE
MporpecyBaHHS 3aXBOPIOBAHHS 3 BUXO/IOM Ha Tiep-
MU TIJIaH KJITHIYHUX TPOSIBIB TSIKKOTO CUHIPOMY
MaJThaCUMIJIAIL, 6ITIKOBO-€HEePreTHYHOI He0CcTaT-
HocTi Ta rinotpodii 3 cr. (Kaxekcii), HEBIAMOBII-
HICTb CEPOJIOTIUHUX MapKepiB Ilesiakii TAKKOCTI
VIIKO/PKEHHS CJIM30BOI 000JOHKM TOHKOI KHUIIKU
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(TotanmbHa atpodiss BOPCUH i 3HAUHE 3MEHIITEHHS
KIJIBKOCTI KeJUXOMOAIOHUX KJITHH 1 3HMKEHHS
iXHbOI (DYHKIIIT) BKa3zyBajau Ha MMOBIPHICTh ayTo-
IMyHHOTO ypasKeHHsS TOHKOI KUIIKUA. AJie BHU3Ha-
YeHi MapKepu ayTOIMYHHOTO IPoIecy B CUPOBATII
KPOBi BUSBUJNCS HETAaTUBHUMU: aHTUHYKJEapHI,
AHTUMITOXOH/IPiabHI aHTUTLNA, aHTUTLIA [gA Ta
IgG 1o cim30BOi 0GOJOHKM KHIIeYHUKA (METO[
IFT) — He BugsJieni.

ITicaa rocmitamizamnii 7o Y «IITAT imeni axa-
nemika O.M. JIyk’saosoi HAMH Ykpainns, Bpaxo-
BYIOUM TIPOSIBU TSKKOTO CHHIPOMY MaJIbaCUMiJISI-
ii Ta OiJIKOBO-€HEPreTUYHOI HEeJO0CTATHOCTI 3
rJIGOKOIO TIOMPOTEIHEMIETD, TioaIbOYMiHEMIEIO,
TITIOKAJIIEMIEIO, TIMOKAJBIIEMIEIO, XJIOIMYMKA IIe-
peBe/ieHO Ha TIOBHE IMapeHTepajibHe XapuyBaHH:,
MPU3HAYEHO BHYTPINTHHOBEHHO aHTHOAKTEPIaTbHY
Ta MPOTUTPUOKOBY Tepariio, iMyHOTI00yTiHN (OK-
Taram), MOAEHHO MpenapaTi albOyMiHy, KOPEKI0
JnedinuTy eseKTPOJIITIB BUCOKUMU J1I03aMU KaJIifo
Ta KaJIbIlif0, TOPMOHAJIbHY Tepaltifo (ITPeHi30/I0H ).
[HreHcHBHA Tepalig Jaja 3Mory crabiiisyBaTu
CTaH IUTUHYU — 3MEHITUJINCS IIPOSIBU iapel, 37yT-
T$1 JKUBOTA, XJIOMMYMK CTaB OiTbIIT aKTUBHUM, TIOYaB
CUJIITH Ta TpaTuCs, TlepecTaB BTpavyaTu Bary. Aje
3HAYHOTO KJIIHIYHOTO eDeKTy Bijl JIiKyBaHHS HE JI0-
caruyTo. [TpubaBku Macu Tisa OyJiu jyske He3Had-
HuMU Ta Hectabimpuumu (3a 1,5 micsais — 300 r).
Y pasi cripobu BBeIeHHS YaCTKOBOTO €HTEPATbHO-
ro XapuyBaHHs (MOJOYHI CyMillli Ha OCHOBI Tn60-
KOTO TiIpoJIizy OiiKiB 200 aMiHOKUCIOTHI CyMiTrTi)
Bi/pa3y CIIOCTEPITAIOCS KJiHIYHE TOTIPIIeHHS —
HOCHUJIEHHS iapel (BUOPOKHEHHS CTaBasIo OiIbII
PO3pimKeHnM, 3HeOAPBIEHNM i3 MOJIOYHMM Bi/ITiH-
KOM i crieruivHnM 3a11axoM, 3HAaYHUMU TOMiTIKa-
MU CJIM3Y, 4aCTOTa BUIIOPOKHEHDb 301/IbIIyBasacs
no 7-10 poxkiB/mo0y), mosiBa OGJIFOBaHHS, 3HAYHE
30iJIbIIIEHHST B PO3Mipax i 3[AyTTS KMBOTA, BTpaTa
MacH TiJa.

Y 3arasbHOMY aHasi3i KpOBi B JMHaMIIll yTpHU-
MyBaJIaCh aHeMisl, CTIHKWIT TOMIPHUA JIEHKOIIMTO3
(MakcumanbHO — 22,1%109/71) i3 IepiogmIHIM 3CY-
BOM JIEHTKOTIUTapHOI (hOPMYJIH BIIIBO Ta TPOMOOTIH-
103 (110 536x109/11). ¥V GioximMiuHOMY aHaIi3i KPOBi
B JMHaMIIli PiBHI 3araJbHOTO OiKa, anbOyMiHy,
KaJIi1o Ta KaJiblliio Oyin HecTabiIbHUMU Ta 32 Paxy-
HOK I[0/IEHHOI KOPEKIIil yTPUMYBaJIUC Ha HUXKHIN
MesKi HOPMU, iHIIT TOKa3HUKH (TJII0K03a, 6imipyoiH,
TpaHcaMiHa3W, KpeaTUHiH, CEY0BMHA ) He MaJIH Bijl-
XWUJICHD Bijl BIKOBOI HOpMU Ta OyJu cTabiIbHUMMU.
CPDb y nunamiiii — HeraTUBHUIA.

BpaxoBytoun mespoctaTHiO e(peKTUBHICTH Tepa-
mii, HecTabibHy pemicito Ha TJIi TOBHOTO TapeHTe-
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PaJbHOTO XapuyBaHHS Ta HEMOKJINBICTh BBEIEHHS
€HTePaJbHOIO XapuyyBaHHS, JTUTUHY ITPOKOHCYJIb-
TOBaHO iMyHosoroMm. HesBakaioum Ha HeraTHUBHI
pe3yJIbTaTi BU3HAYEHHS aHTUTLI 10 CJAU30BOI 060-
JIOHKM KUIIeYHUKA Ta BiACYTHICTH KJIHIKO-71a00-
paTOpPHUX O3HAK ayTOIMYHHOTO YPa’KeHHS 1HIINX
opraHis, 3amizo3peno [T1/1: [IPEX-cunapom i peko-
MeH/IoBaHe reHeTndHe oOCTeReHHs (CeKBeHYBaH-
H4 TeHiB) — nanenb «llepBunHni iMmyHOZEDITTUTIS.

3a pesyjbrataMy TE€HETHYHOTO OOCTEKEHHS
MIJITXOM TaHeJTbHOTO cekBeHyBaHHSA 407 reHis,
poBeIeHoTo B Taboparopii «Invitaes (Can-Dpan-
nucko, CIIA), BusABJIEHO TATOTEHHY MYTaIlilo
¢.736-2A>T (Splice acceptor) rera FOXP3, o
i/ITBEep/InJIo fliarHo3 «IlepBurHaNi iMyHOIEDITTNT:
IPEX-cungpoms». Xjionmuuka IMOBTOPHO IPOKOH-
CyJIbTOBAHO IMYHOJIOTOM, PEKOMEH/IOBAHO TPAHC-
IJIAHTAIHI0 CTOBOYPOBUX KJITHH KiCTKOBOTO MO3-
Ky, HLA-TunyBanust cubJiiHriB i 6aThbKiB AUTHHH,
reHeTryHe OOCTEKEeHHsI MaTepi Ta CUOJIHIIB Ha
HocitictBo MyTailii rena FOXP3, imyHocynpecus-
HY Tepamiio s KOHTPOJIO 3a €HTEPONaTie€ln 10
MPOBE/IEHHST TPAHCILIAHTAIT CTOBOYPOBUX KJITUH
KiCTKOBOTO MO3KY (ciposiMyc y 1031 1 Mr/Kr/mo0y
i/l KOHTPOJIEM PiBHS Iperapary B IJIa3Mi), Hy-
TpiTUBHA TigTpuMKa. [lJIsh miAroToBKM A0 TpaHC-
IIaHTanii ctoBOYpOBUX KJIITHH KiCTKOBOIO MO3KY
JMTUHY TI€pPeBefeHo 10 00JacHOl JiKapHi 3a Mic-
11eM TTPOKMBAHHS.

OO0roBopeHHsi 0COOJMBOCTElN KJIiHIYHOTO BU-
najgKy

Il TPEX-cunzpomy xapaktepHa Bapiabesib-
HICTh KJIHIYHUX MPOSBIB. 3a pe3yJibTaTaMU CUCTe-
MaTUYHOTO aHaji3y cBiToBOI Jiteparypu [9,19],
HANOIIBII TUIIOBOIO KJIHIYHOIO KapTHHOIO I[bO-
ro 3aXBOPIOBAHHS € Tpiajia: ayTOIMYHHA €HTEepO-
natist — y 98% maitienTiB, ypaskeHHsI IKipU Ta CJI1-
30BUX 000JIOHOK (aTOTYHMIT IE€PMATHT, BE3UKYJIO-
MyCTYyJTh03, €KC(OJIaTUBHUHN JePMATHUT, 1XTiO30-
(HOPMHUIT 1EPMATHUT, TICOPIA3OIOAIOHNI CUHAPOM,
TSOKKUN  XEWJIiT, aJsionellis, oHiXoaAucTpodis) —
y 62%, mostienokpuHONaTis (1lyKpoBuii giabet 1-ro
THUILY, aQyTOIMyHHUI TUPEOIINT, YacTille — TilloTH-
peo3) — y 53% maiienTiB. MOXIUBOIO € TAKOX
iHIIa ayTOIMyHHa IIaTOJIOTisT B Pi3HUX KOMOi-
HaIlisIX — TeMaroJioriyia (TeMOoiTHIHA aHeMis 3
HO3UTUBHOMW peakitiero Kymbcea, ayToiMyHHa TPOM-
6omuTOIEHisT, ayTOIMyHHA HeliTporeHist) — y 39%,
Hedpomarist  (TyOysoHedpomatisi,  TIOMEpPYJIo-
HedpuT i3 HePOTUYHUM CHUHIPOMOM, iHTEPCTH-
nittnuit Hebput) — y 16%, permanshi iHbekirii
(6GaxrepiaibHi, BipycHi, rpu6kosi) — y 40,0%, ixmri
IMyHHI yCKJIQIHeHHSsT (BaCKYJIIT, iIHTepCTUIliliHe 3a-
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XBOPIOBAHHS JIeTe€Hb, aTPOhIUHUI racTPUT, APTPUT,
ayTOIMYHHUI TeNaTHUT, MiO3UT TOIIO) — y 22% Ta-
IIEHTIB.

Maiixxe 100% narieHTiB MaJu ayTOIMyHHY €H-
Teporariio, sgKa I0€JHyBajJacsd 3 ayTOIMyHHUM
YPaKEHHAM IHIIUX OPTaHiB 3aJIeXKHO Bijl BULY T1a-
torenHoi myTariii rena FOXP3 [6,19,22]. ¥ nocryn-
Hii1 JIiTepaTypi HaBeJIEHO BiJIOMOCTI TIJIBKU PO TI0-
OIMHOKI KJIIHIYHI BUIMAJAKU 130JbOBAHOTO ypa-
JKEHHST KUIIeYHHKa 0e3 ayTOIMyHHOTO ypasKeHHSsI
IHIIUX OPTaHiB y MIiTell 3 FeHEeTUYHO IiATBEPIsKEe-
wuM [PEX-cunapomowm [8,9]. Xapakreproio o3Ha-
koto IPEX-acorifioBanoi enTepornarii € BoAssHHUCTa
HEeKyIlloBaHa TepaleBTUYHUMM 3aXojaMu Jiapes,
4acTo 3 IOMIIIIKaMU CJINU3Y Ta KPOBi B KaJli, BUpake-
HUN CUHIPOM MaJIbaCUMIJAL, MBUIKUNA PO3BU-
TOK TSIZKKOI OiJTIKOBO-€HEPreTUYHOI HEeJ0CTATHOCTI
Ta 3aJI€KHICTD Bi/Jl TAPEHTEPATHbHOTO XapuyBaHHSI.
[Tix yac matomMopdoNOTIYHOTO AOCTIHKEHHS CITH-
30BOI OOOJIOHKH KHIIEYHWKA BUSIBJISIOTH CyOTO-
TAJIBbHY / TOTaJIbHY aTpodiio BOPCUH TOHKOI KHIII-
KU 3 MOHOHYKJIEAPHOIO iH(MIIbTpaIli€io BJIACHOI
IJIaCTUHKHY ¢in30Boi obostonku [11,12,21]. ¥V pani
BUTIAJIKIB TOTa/TbHA aTPOdish BOPCHH acoIliioBasacs
3 HEKPO30M €I TesiaTbHUX KIITHH 1 (hOPMYBaHHIM
kpurnraberecis [13].

3a pesysbraTaMi iIMyHOJIOTIYHOTO O0CTEKEH-
Ha mnaiientiB 3 [PEX-cunapomom He BusBIe-
HO 3MiH y CTaHi iMyHHOI cuctemu abo BijiMideHO
MOMIpHUH AuchaaHe MisK CyOHOMyIAIisIME iMy-
HOKOMIIETEHTHUX KJIITUH KPOBI, MiJBUIIEHHS PiB-
Hsa turokinis 112, 114, IL5, 1L6< IL10, IMHy,
TNFo, nigsuiienast piBug saranbHoro Igk, mpu
1IbOMY BUCOKUH 1 JIy’Ke BUCOKHUU PiBEHb 3arab-
Horo IgE B moexnanHi 3i cTiiiKo0 €03UHOMDITIETO
€ XapaKTEePHUM I TSOKKOI KJIACHMYHOI (hopMH
IPEX-cunapomy [5,6,12]. XapakrepHoto abopa-
TOPHOIO 03HAKOIO I[OTO 3aXBOPIOBAaHHS € II0O3U-
TUBHI CepOJIOTIYHI MapKepu ayTOIMyHHOTO TIpoIie-
Cy B OpraHi3aMi — BUSABJIEHHS aHTUHYKJIEAPHUX Ta
AHTUMITOXOHIPIaJIbHUX AHTUTLJ, ayTOAHTUTII 10
eateporutiB (AIE-75 ta Bitiny), KOJOHOIMTIB,
IHCYJIiHY, KJIITUH OocTpoBKiB Jlanrepranca, Tupeo-
MEPOKCUIa3u, THPEOTJIOOYIiHy, KJIITUH KPOBi
(epuTponMTiB, HEHTPODINIB, TPOMOOIUTIB) TOLIO
3aJIesKHO Bij opraniB-mimmeneit [5,12,13]. Boano-
yac y JitepaTypi € TMOBiIOMJIEHHS PO KJIHIUHI
umnagku [PEX-acorifioBanoi miapei 6e3 ayTtoan-
THUTLJI 10 EHTEPOIUTIB CIM30BOI 000JOHKN KUIITEY-
HUKa, ajle B IO€JIHAHHI 3 ayTOIMYHHOIO IIaTOJIO-
rieto iHmmx opranis [11,16]. Ha aymky daxiBiiis,
Bi/ICYTHICTh ayTOQHTHUTIJI 10 €HTEPOIUTIB KUIIIEY-
HMKA B KPOBI JIMTUHU 32 HAsIBHOCTI ayTOIMYHHOIO
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ypaskeHHsI iHIMUX OpPraHiB He Ma€ OyTH TPUIMHOTO
Bi/IMOBH Bijl TEHETUYHOTO OOCTEKEHHS HA ITPEIMET
IPEX-cunapomy [1,15].

Mamnicdecrariiss  3aXBOpPIOBaHHS Ha MEPIIOMY
pOIli KUTTS JUTUHU 32 BIJICYTHOCTI IIBUIKOTO
BCTAHOBJIEHHS J[IarHO3y Ta PaJIMKaJIbHOTO JIKYy-
BaHHS (TpaHCIIAHTAIll CTOBOYPOBUX KJITUH KiCT-
KOBOT'O MO3KY) 3a3BHYail HIBU/KO IIPU3BOJAUTH /10
JIETAJTbHOTO HACJIJIKY. 32 TJaHUMHU JiTepaTypH, J0-
Beslena e(heKTUBHICTh 3aCTOCYBAHHS IMYHOCYTIpe-
CUBHUX TIPEMNapariB y MJaHi KOHTPOJIO 32 aKTUB-
HICTIO ayTOIMYHHHUX IIPOLECiB Ha eTalli MiAT0OTOBKU
JI0 TpaHCIIAHTaIlil (Ha BiMiHY BiJl TOPMOHAJIb-
HUX TIperapaTiB, 3aCTOCYBaHHS SIKUX He I10Ka3a-
JIO KJIiHiIKO-TabopaTopHOro edexry). Baskimpoio
€ TaKo’XK Mi/ITPUMYyBajibHa Teparis pedpakTepHOi
miapei, samicHa Tepariisg IIyKpoBoro aiabery 1-ro
TUITy Ta iHMMX eHpokpunHonatiii [6,19]. Boxrouac,
3a JIiTepaTypPHUMU JaHUMH, [IPU 1e0I0Ti 3aXBOPIO-
BaHHS Ha 2-My POIli KUTTs abo Ii3HilIe, 1MoB’s13a-
HOMY 3 «M gK010» MyTartiieio rena FOXP3, moxinm-
BUi po3BUTOK HeroBHOI hopmu [PEX-cunpomy 3
JIETTITM TIepebiroM i JI0BHIO0 TPUBAICTIO JKUTTSI
MaIienTiB (Big mizmiTROBOTO BiKy /10 20—30 pokin
xutTs) [6,9,10,20].

BpaxoByloun BullleHaBesieHe, MOKHA BBayKaTy,
IO T1el KIIIHIYHWIT BUTIAZI0OK MA€E MEBHi 0COOIMBOCTI:

1. Ilisna mawnicdecraligs 3aXBOpPIOBaHHS — Ha
2-My POIll KUTTSI AUTUHU (TUIIOBUM € 1e0I0T 3a-
XBOPIOBAHHS TPOTATOM 1-TO POKY JKWUTTs, Haii-
yacTiie — y mepIi Micsili JKUTTS).

2. Henona opma IPEX-cunapomy — i305160-
BaHe ypaKeHHsI KUIIeYHNKA 3 TSKKUM CUH/IPOMOM
MaJIbaCUMIJIsAILIT 6e3 KIiHIKO-1a00paTOPHUX O3HAK
ayTOIMYHHOTO YpasKeHHS 1HIITUX OPTaHiB.

3. IlartieHT MaB HETATUBHI CEPOJIOTIYHI MapKepn
ayTOIMYHHOTO 3aXBOPIOBAHHS KWINEYHUKA — aH-
tutiga IgG Ta IgA 110 c/M30BOI 000JIOHKN KUTIIEY-
HUKa B CUPOBATII KPOBi HE BUSIBJICHI.

4. Pisenp T-perymnsaropuux mimborutie CD4+
CD25+ CD127low+ O0yB migBumienmii (st
[PEX-cunapoMy xapakTepHi 3HWKEHHsT abo Bij-
cyTHiCTb T-peryjiaTopHuX KJIiTHH).

5. 3axBOpIOBAaHHSI B IbOTO MAI[iEHTA Xapak-
TEPU3YBAJOCS TOCTPUM IOYATKOM, TSKKUM Iie-
pebiroM i cTpiMKMM IporpecyBaHHsM (TOTaabHA
aTpodil BOpcUH C1130B01 000JIOHKKM TOHKOI KUIII-
KU BUSBJIEHA 4epe3 2 MicslIli BiJl TIOSIBU OCHOBHUX
KJIHIYHUX MPOSIBIB), TO/I K PU HENOBHIK hopmi
IPEX-cunapomy Ta 1e6I0Ti 3aXBOPIOBaHHS Yy Billi
Bijt 1 poky, dKi TOB’SI3yIOTh i3 «M’TKOI0» MYTaIli€l0
rena FOXP3, wnaityacrimnie BigMi4yaioTh JErHINI
nepebir 3axBopioBaHHs. Taky 0coOIMBICTb TAKOTO

69



Yntanmrte Hac Ha cawnTi: http://medexpert.com.ua

KAIHIYHUMIM BUITAAOK

KJIIHIYHOTO BUIIAJIKY, Ha HaIly JyMKY, MOKHA I10-
SICHUTUA PO3BUTKOM 3aXBOPIOBAHHS Ha TJi XPOHIU-
HOTO YPa/KEHHA KUIIEYHMKA 32 PaXyHOK Hepalio-
HAJILHOTO XapuyBaHH4 Ha 1-My pOITi XKUTTS IUTHHI
(3 4 micaniB — HMITy4YHe BUTOJOBYBAHHSA LIJBHUM
KOPOB’IYMM MOJIOKOM), a TaKOK KOMOPOi[HICTIO
(rmoesiHaHHS MEPBUHHOTO iMyHOAeIlUTY 3 IJIIO-
TEHOBOIO eHTEPOIIATIEI0 Ta CyOKIIHIYHIM ajiepriv-
HUM 3alaJeHHsIM KUIIeYHUKA 32 PaXYHOK I10JiBa-
JIEHTHOI Xap4yoBOi ajieprii).

BucHoBku

Hagenennii kiiHIYHUN BUTIAJIOK TOKA3Y€E HETH-
HoBUI 1epebir pigKicHOI (HOPMU TIEPBUHHOIO iMYy-
nonedinuty: IPEX-cunapomy (Henona dopma 3
i30/TbOBAHUM ypasKEHHSIM KHIEYHUKA 0e3 ayToi-
MYHHOTO YypaK€HHS 1HIIMX OPraHiB) i MpakTUYHI
TPYHOIII TTPOBe/IeHHs AU epenIliiHol iarTHOCTH-
KW 1[bOTO 3aXBOPIOBAaHHS B [liTell paHHBOTO BiKYy
y 3B’I3Ky 3 HecreluiyHicTio i BapiabeIbHiCTIO
KJIIHIYHOI CUMIITOMAaTUKHU Ta BificyTHICTIO J1abopa-
TOPHUX iIMYHOJIOTIYHUX MapkepiB [PEX-cunapomy.
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