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IPEX-cuHgpom (immune dysregulation, polyendocrinopathy, enteropathy, X-linked syndrome) — Taxke cnagkose X-34enneHe 3axsopioBaHHs
3 rpynu NEPBUHHKIX IMyHOAEDILWTIB, acoujinoBaHe 3 MyTaujiamn B reHi FOXP3, akuii koaye KNio4YoBMiA hbakTop TpaHCKpUAL|i Ans T-perynaTtopHmnx
NiMOOUMTIB. Y natoreHesi 3axBopioBaHHsA OCHOBHY POk Bifirpae nopyleHHs Ao3piBaHHa CD25+CD4+-T-perynatopHux nimpoumnTie (TR), Aki
3AIMCHIOIOTE BIA'EMHY CENEKLI0 ayTOPEaKTVBHUX KIOHIB T- i B-nimbounTie, yHaCNiAOK 4Oro BiaOyBaETLCSA BTPATA OPraHisMoM ayToToNepaHT-
HOCTI Ta PaHHiM PO3BUTOK NMONIOPraHHOI ayToiMyHHOI NaToNorii B NoeaHaHHI i BUpaxkeH M NopyLIeHHsIM NPOTUBIPYCHOMO Ta aHT1bakTepiasbHO-
ro iMyHiTeTy. TMNoBOIO KNiHIYHOW KapTnHOIO IPEX-crHapoMmy € Tpiaaa: ayToiMyHHa eHTeponaria, eHaAoKpyHonaTia (LlyKpoBuWii aiabeT 1-ro tuny,
ayTOIMYHHUI TUDEOIANT), YPaKeHHs LKIpK i/ab0 Cnm3oBmx 0O0N0HOK, ane MOXIMBOIK € OyAb-aKka KoMOiHaLis ayToiMyHHOI natonorii abo i30-
NbOBAHE YPAXEHHA OKDEMUX OPraHiB. Mpn LbOMY YPaXKEHHS KMLLIEYHMKA (ayTOIMYHHA eHTeponaria) BUSBASETbCS NpaktnyHo B 100% nauieHTis.
JTabopatopHi iMyHONOri4HI Mapkepn IPEX-CHOPOMY BIACYTHI (3aXBOPIOBAHHSA MOXHA BUABUTA TilbKW 38 IONOMOIOIO FEHETUHHOMO OOCTEXEHHA —
NaHeNbHOrO CEKBEHYBAHHS MeHiB), LLLO NOPSL, i3 BApiabebHICTIO KiHIYHMX NPOSIBIB CTBOPIOE 3HAYHI AiarHOCTUYHI TOYAHOLL.

HaseneHo kniHiYHUA BUNagokK |PEX-crHOpoMy, KNiHIYHUMK 0COBAMBOCTSIMI KOO Oy i30M1b0OBaHa eHTeponaris 6e3 kiiHiko-naboparop-
HVIX 03HaK ayTOIMYHHOMO YpaxXeHHs! iHLLINX OpraHiB, a Takox TAXKMI CTyNiHb ypaxkeHHs: CA1M30B0i 0000HKM TOHKOI KMLLIKW (TOTanbHa atpodis
BOPCVIH) i CTpIMKe NPOrpecyBaHHsA 3aXBOPIOBaHHS, HE3BaXalouM Ha NisHil AeBI0T KNIHIYHKX NPOSABIB (Ha 2-My POL XUTTS AUTUHM), SKMIA aco-
LI0IOTh i3 «M'AKMMU» MyTaLligMI reHa, GifbL NerkM nepebirom i Binbll CAPUSTABIM NPOrHO30M. JTabopaTtopHUMIK OCOBAMBOCTSIMM Takoro
BMNAAKy Oynu: HEratvBHI CEPONOTIHHI MapKePK ayTOIMYHHOIO YPaXEHHS KULLIEYHVKA Ta NiABULLEHWI PIBEHb T-perynatopHux nimoumtis CD4+
CD25+ CD127 low+, xo4a ansa IPEX-CHAPOMY xapakTepHi 3HXEHHS ab0 BIACYTHICTb T-perynaTopHNX KNITUH.

IPEX-cvHApPOM y UbOro NaujeHTa NiaTBEPAXEHUM FrEeHETUYHNM AOCAIAXEHHAM — Npu cekBeHyBarHi reHa FOXP3 BusiBneHa nartoreHHa mytadis
C.736-2A>T (Splice acceptor).

JocnigkeHHs BUKOHaHO BiANOBIAHO A0 NPUHUMNIB MenbCiHCbKOT Aeknapadji. Ha npoBeagHHs AocniaxXeHs 0TprMaHo iIHPOPMOBaHY 3rofy 6aTbKiB.
ABTOPY 3a8BNF0Tb MPO BIACYTHICTE KOHDANIKTY IHTEPECIB.

KniouoBi cnoBa: fjt paHHbOro Biky, NEPBUHHWIA iMyHOAEDIUWT, IPEX-crHaopom, myTauji rera FOXP3, ayToiMyHHa eHTeponaria, aiarHoCcTuka.
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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.

Key words: infants, primary immunodeficiency, IPEX-syndrome, FOXP3 gene mutations, autoimmune enteropathy, diagnosis.

ISSN 2663-7553 Cyuacna negiarpis. Ykpaina 2(122)/2022 63



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

KAIHIYHUMIM BUITAAOK

acToTa BUABJICHHS IePBUHHUX IMYHO-

nedinuris (ITL/1) cepen miteit paHHbBO-

rO BiKy IIPOTSATOM OCTAaHHBOTO Yacy Ma€
YiTKy TeHJIEHIIIIO /10 3POCTaHHS, 1[0 OB A3YIOTh i3
TOTITUPEHHSIM ITi€l TPy CITAIKOBUX 3aXBOPIOBAHb
y TOIYJIAIl Ta YOCKOHAJIEHHIM METO/IiB iXHbOI
JIarHOCTUKU. BaskiuBUM 3aBAaHHSAM IIPAKTHY-
HOI MEJMIMHN € MAaKCUMAJIbHO PAHHE BUSIBJIEHHS
III/1, mo mae 3MOTy CBOEYACHO MPU3HAYUTU He-
o0XizHe JTIKyBaHHS, CIPUSIE MOJIMIIEHHIO SKOCTI
JKUTTSI, TOTIEPe/KEHHIO0 1HBaTiAN3allii Ta mepes-
yacHOo1 cMepti marienTta. [11/[ xapakrepusyorbes
BapiabesIbHICTIO KIIHIYHUX i 1aO0PaTOPHUX O3HAK,
1[0 3HAYHO YCKJIAJHIOE /IIarHOCTUKY Ta BiAITEepPMi-
HOBYy€E Bepudikaitito giarnosy. [laTosoriaauii mpo-
1leC B OpraHismi Moske OyTH SIK IIOJIIOPraHHUM, TaK
i 3 130JIbOBAaHUM Ypa)KEHHIM OKPEMHUX OpPTaHiB.
Tomy BOKJIMBUMU € MYJIBTUAUCITATIIIIHAPHUN TTiJ1-
XiJl 70 marienta Ta OOi3HAHICTh MPAKTUKYIOYMX
JIIKapiB IMIO/I0 «4ePBOHUX MPAIOPIiB», AKI BKa3y-
10Th Ha iiMoBipHicTh IT1/I, HeoOXixHiCTh IpOBEIEH-
HS1 IMYHOJIOIIYHOTO OOCTEKEeHHS Ta CKepyBaHHS
martienTa 10 imyHoJiora [17,23].

Kuiniuaumu mposiBamu Garatbox ¢dopm 11T
€ TaCTPOEHTEPOJIOTIUHI po3Jaji, siKi pO3BUBAIOTh-
€S BHACJIJIOK TIOHIKO/KEHHS PI3HOTO CTYIIEeHS
(BiJI JIETKUX /10 Iy’Ke TSUKKUX ) CAM30BUX 000JIOHOK
MIJIYHKOBO-KUIITKOBOTO TPAKTy — PEIUIUBHUI
aTo3HUIT cTOMATUT, aTPOhIUYHNIN TAaCTPUT, AyTO-
IMyHHa eHTepoIaTis, ayTOIMyHHUI relnaTuT TOIIO.
3arnaybHi 3aXBOPIOBAHHS KUIIEYHUKA 3 [Iy’Ke paH-
HIM 1TOYaTKOM (TTPOTATOM TIEPIINX 2 POKIB JKUTTH )
i/abo cTiiiki 70 JIKyBaHHSI BCe YacTillle po3rJis-
MAi0Th SIK TEPBUHHY MaHidecTalliio BpPOKEHUX
imyHOZedinmmTiB. TsokKiI 3aXBOpIOBaHHSA KHIIIEY-
HUKa MOKYTh OyTH acoliiifoBamni 3 HabyTUM imy-
Hozteirmutom (BLJI-indexiis, iMmyHOCYyTTpEecCuBHA
Tepartist) abo gesskuMu (hopMaMu ePBUHHOTO iMy-
Hoztepbinuty (cenekTuBHUM iMyHOmedinuT IgA,
TSOKKUIT KOMOIHOBaHUN iMyHOzediluT, aramma-
rmoOyminemiss, X-3delieHa  rimoramaryo0y.i-
Hemis, cuHApoM Bickora—Oumapuya, 3araabHUN
Bapiabenpamii  imynogedinur, IPEX-cunmpom,
XpOHiYHa TpaHysoMaTo3Ha xBopoba, CD25 medi-
ut, cunagpom Omena, NEMO cunapom, 1L-10
nedinut, IL-10RA gedinur, STAT5b Tomo) [17].

Jlo KmiHITHUX 03HaK ypaKeHHS KUTTEIYHUKA, SKi
BKa3yIOTb Ha UMOBIpHicTh y namienTa [11/], moskHa
Bi/IHECTH TPUBAJY, CTIMKY /10 JIKYBaHHS Jiapero i
BUPAKEHUN CUHJPOM MaJIbaCUMIJAIlI MaKpo- Ta
MIKPOHYTPI€HTIB 32 paxyHOK (opMyBaHHS eHTe-
ponatii (ypaskeHHsI TOHKOI KHINKHW ), Pe3yJTbTaTOM
SJKOTO Ha PaHHIX eTamaX PO3BUTKY 3aXBOPIOBAH-
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H MOKe OyTH 3aTpuMKa (Hi3UUHOTO PO3BUTKY,
HOTIM — BTpara MacH Tijia Ta PO3BUTOK GiJIKOBO-
€HepPreTUYHOI HeJ0CTaTHOCTI (aX JI0 KaxeKkcii),
3aTpUMKa HEPBOBO-TICUXIYHOTO Ta iHTENIEKTY-
QJIBHOTO PO3BUTKY, TSKKA aHEMis, O3HAKW ITOJIi-
rinoBiTamMiHO3Yy, fedinuUTy MiHepasiB i Mikpoese-
MeHTiB [1,18]. BinnosizHo 10 cTavAapTiB MEIUIHOT
JIOTIOMOT'H «/liarHOCTHKA Ta JIiIKyBaHHsI IEPBUHHUX
iMmyHozedinuTiB> MiHicTepcTBa OXOPOHH  3[10-
pOB’st YKpaiHu, IiTh 3 XpOHIYHOI0 200 PelyIUBHOIO
Jliape€io, PerUANBHUMI KUTITKOBUMY iH(QEKITiIIMH,
CHUH/JIPOMOM MaJTbaCUMIJIAIT 3 BTPATOIO MacH TiJia,
AyTOIMYyHHOIO eHTepomarieio abo 3amajbHUM 3a-
XBOPIOBAHHSIM KUIIIEYHUKA 3 €OI0TOM MPOTITOM
nmepniux 2 PokiB KUTTS g BukaiodeHus [T1]]
MatoTh TIPOXOAUTH ToraubeHe iMyHOIoTiuHe 00-
CTEXEHHS — BU3HAYEHHSI CTAHY TyMOPAJIbHOTO
Ta KJITUHHOIO IMYHITETY, CUCTEMHU KOMILJIEMEHTY,
AKTUBHOCTI (DaronuTosy, y HAMCKJIAIHITNX BUTIA/-
Kax — TeHeTHYHe 0OCTeKeHHs (CeKBeCTpPYBAHHSI
TeHiB).

Cepen IIIJI oxuwm i3 HaWCKIAIHINTUX IS
miarnoctyBanusg € [PEX-cumapom (immune
dysregulation, polyendocrinopathy, enteropathy,
X-linked syndrome; cun.: XLAAD — X-linked
autoimmunity-allergic dysregulation syndrome) —
TSKKe CHaJIKOBe X-3uellieHe 3aXBOPIOBAHHS, aco-
mitoBane 3 myTaitisgmu B reni FOXP3, axuit konye
KJTIIOYOBUH (aKTOp TpaHCKpuIii s T-peryJs-
TopHux Jimborurtis [4,6,14,19]. Hapasi onucani
6sim3bko 70 marorenHux MmyTaitiii rena FOXP3.
Y marorenesi 3aXBOpIOBaHHA OCHOBHY POJIb Bili-
rpa€ iIMyHHa JIUCPETYJAIlis — TOPYUIeHHS J0-
spiBannsg  CD25+CD4+-T-peryisitopHux — JiiM-
doruris (TR) [2]. Ymacaizox BigcytHOCTI a60
HernoBHOIIHHOCTI TR-KmiTHH, gKi 311HCHIOIOTH
Bi/'EMHY CeJIeKIiI0 ayTOPEeaKTUBHUX KJIOHIB T-
i B-simdonutis, BigbyBaeThCs BTpaTa OPraHisMoM
ayTOTOJIEPAHTHOCTI Ta PaHHINl PO3BUTOK IOJIIOP-
raHHOI ayTOIMYHHOI 11aTOJIOr] B TIOE/IHAHHI 3 BUPa-
JKEHUM MTOPYIIEHHSIM IPOTUBIPYCHOTO Ta aHTHOAK-
TepiasbHOTO iMyHITeTY [2,5,6,14].

IPEX-cunapom HanexuTb 10 rpynu opda-
HUX 3aXBOPIOBaHb, a HOT0 4acToTa B IOIYJIAI1
Ha cborojiHi He BU3HaudeHa. Hapasi B cBiTOBIil Ji-
Teparypi onucani Menmie 200 KIiHIYHUX BUTAJ-
KiB TeHeTnyHO miaTBep/zKeHoro [PEX-cunapomy,
xo4a (haxiBIli BBaXKaOTh, 1110 PiBeHb MONTUPEHOCTI
IIbOTO 3aXBOPIOBAaHHSA 3HauHO Bunmin [2,4,19].
Ile mosicHIOIOTH BapiabesbHICTIO KJIIHIYHUX IIPO-
SIBIB, HEJJOCTaTHHOIO OOI3HAHICTIO JIIKAPiB, Y TOMY
YUCJTI IMyHOJIOTIB, 1110710 Takoi popmu [11/] ta Tpyz-
HONIAMU I/ITBEPIPKEHHS /[iarHO3y — 3a pe3yJibTa-
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TaMu JJabopaTOPHOTO iIMYHOJIOTIYHOTO 0OCTEKEHHST
nanienTis 3 IPEX-cunapomMoM Moxke He OyTi 3MiH
i3 GOKy KJITMHHOIO Ta T'YMOPaJbHOIO IMyHIiTETY
ab0 MOKJIMBHIT MOMIpHUIT auchamanc cyorory-
JAif aiMGONNTIB, KU HE Ma€ cHelnudivHOoTo
xapakrepy Ta He Hactopoxye B mani [TI/] [9,14].
Tomy miarHo3 MO)kKHA BCTAHOBUTH TIJIbKU 3a J10-
MOMOT'OI0 TEHETUYHOTO JIOCIIKeHHsT (BUSBJICHHS
natoreHHoi myTaitii rena FOXP3 nuisixom nanesb-
HOTO CeKBEHYBaHHS TeHiB), SIKe J0Terep Mae oOMe-
JKEHY JIOCTYTTHICTD Y TPAKTUYHIN MeJINIMHI.

Y 6isbIIocTi MmaiieHTiB 3aXBOPIOBaHHS e0I0-
TY€ TIPOTATOM MEPIIOTO MiBPIuYs KUTTSA. Y HOBO-
Hapojpkenux nepiuM mposgBoMm [PEX-cunapomy
HallyacTiie € rnepMaHeHTHUU HeOHaTaJIbHUU ITy-
kposuii giaber [6,22,23]. Tomy BCi XJIOIYUKHY 3 LM
JarHO30M MaroTh IIPONTH TeHeTHYHE 00CTEKEHHS.
3a JaHuMU JiTepaTypH, IIPU CeKBEeHYBaHHI TeHiB
narorenna myTaiiiss rena FOXP3 BusiBiena B 4%
MaI[iEHTIB YOJIOBIYOl CTaTi 3 TIePMAaHECHTHUM HeEO-
HaTaJIbHUM IlyKpoBuM jiabetom [20]. ¥V miteparypi
OIMcaHi TaKOK BHUIAAKK BHYTPIIIHbOYTPOOHOTO
nebrory IPEX-cunzpomy, siki XapaKkTepusyoThCst
HAWTSPKYOI0 KJTIHIYHOIO KapTUHOIO 1 MPU3BOJALTH
J10 TIpeHaTaIbHOI 3arubelti 1mroaa abo CMepTi ANTH-
HU B TI€Pi0/li HOBOHAPOXKEHOCTI [7,24].

Hns IPEX-cunapoMy XapakTepHUM € TSK-
Kuii mepebir 1 HeyXuiibHe TPOTPECYBAHHS XBOPO-
61, GIIBIIICTD iTEll TOMUPAE MPOTSATOM TIEPIITUX
1-2 poKiB KUTTSI Bifl TSXKKOTO YPaKE€HHS €HJI0-
KPUHHUX OpraHiB, eHTEepoIarii 3 TIKKAM IOPY-
IIIEHHSM TIPOIIEeCiB MepeTpaBieHHsd B TOHKIN KUIII-
i Ta BUCHAXXEHHSIM JUTHUHM, TeHEepasli30BaHOIO
cericucy [3,4]. Tomy BaRIUBUMU € MaKCUMaJbHO
paHHi MiarHOCTHKA Ta JIKyBaHHS, €IUHUM edeK-
TUBHUM METOJIOM SKOTO Ha ChOTOJIHI € TpaHC-
IJIAHTAI[ST CTOBOYPOBUX KJIITHH KiCTKOBOTO MO3-
Ky [2,9]. Ha erani miaroToBKu /10 TpaHCIIAHTAIlil
MEPCIeKTUBHUM BBAKAIOTh 3aCTOCYBAaHHS IMYHO-
CYTIPECUBHUX TIPENapaTiB, M0 A€ 3MOTY CTPUMATH
nporpecyBanHs xBopobu [6,9]. Hapasi BuBuatotnh
TAKO’K MOJKJIMBICTh 3aCTOCYBAaHHS TapTePHOI Tepa-
nii narienTis 3 IPEX-cunapomowm [2].

Tenernune miaTBepKenna I[PEX-cunapomy
TaKOXX BaXJWBE B ILIAHI MEIMKO-TEHETUYHOTO
KOHCYJIBTYBaHHS CiM'i, OCKIJIBKU € TiZICTaBOIO /I
npenatanabaoi /[IHK-miarHocTMKY T1710/12 90TOBIYO1
cTaTi IiJ Yac HACTYIHOI BariTHOCTi [6,14].

Kiiniyauii BUnaaok

Sk mpukan ocobauBocTeii mepebiry 1mporo 3a-
XBOPIOBAHHS HABEJCHO iCTOPII0 XBOPOOU IUTHHU
3 TeHeTn4yHO TiATBepakeHnM [PEX-curapomom.
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Xnonuux €. mapoamscs Bim III BaritHocTi, sKa
nepebirasa 6e3 yckuaaanerb, 111 disiosoriunmx
nosioriB. Ha 40-my TwxkHi recramii. [Ipum Hapo-
JUKeHHI cTaH AuTHHA OyB 3aJ0BIIbHUM, Maca
tima — 3350 1, 3picT — 52 cM, OIliHKa 3a MIKAI0K0
Anrap — 8-9 6ais. CimeitHuii anaMHe3 He 00TsI-
JKEeHUil, 1Mo HecropiaHeHwil, 6aTbKU 3/10POBi.
Crapiii giTh — XJIOMMYUKKA BiKOM 7 Ta 5 POKiB —
3/10pOBi. PeryisipHOro MeinuHoro ClocTepe:KeHHs
3a JUTUHOIO MPOTATOM 1-TO POKY JKUTTSI GaTbKu
yHuKamau. 3i cIiB MaTepi, XJIOmIuK OyB Ha TPy/I-
HOMY BHUTO/IOBYBaHHI /10 4 MICAIlIB JKUTTS, TIOTIM
OTPUMYBAB JIOMAIIIHE IliJIbHE KOPOB’SYe MOJIOKO.
3 5 MicsIiB — MOCTYIIOBE BBEIEHHS MPUKOPMY.
[IpoaykTH, gKi MiCTATD TJIOTEH, TTIOYaB OTPUMYBa-
T 3 7-8 micstiB. [Ipotsarom 1-ro poxy sKUTTS ABivi
XBOPIB Ha TOCTPY PecIipaTOpHY BipyCHY iH(}exKIIio,
y 6 micAriB — BiTpsiHa Bicna, MaB JIeKiJTbKa elli-
30/1iB HETSIPKKOI Zliapel Ta ajJleprivHoro BUCUITAHHS
Ha Tijgi. 3 npuBOAY Aiapei oauH pa3 mepedyBaB Ha
HETPUBAJIOMY CTalliOHapHOMY JIiKyBaHHI B Mic-
neBiit mikapui. Iligx wac iHmmx emi3omiB miapel
6aThbKU MO MEJIWYHY OMOMOTY HE 3BEPTAHCS.
Enizoanusi mposiBU aTOMYHOTO JepMaTUTy OyJIin
HE3HAaYHUMU Ta IPOXOAMJIM CaMOCTiiHO, ajepro-
JIoriyHe 00OCTEeKEeHHs Ta JIIKyBaHHs He TIPOBO/IUIIO-
cs. JluTuHa He BaKIIMHOBaHA. 3a CJIOBAMU MaTepi,
B 1 pik quTmHa mana Bary 6au3bko 10 Kr.

3HauHe TOTIPIIEeHHA CTaHy AWTWHU TOYaT0CS
micag 1 poky (y Bitti 1 pixk 4 micsiti) i3 KJAIHIYHAX
MPOSIBIB TSZKKOTO €HTEPOKOJITY — Jiapes (pscHe
3JI0BOHHE BO/ISTHICTE BUTIOPOKHEHHS 31 CJIM30M /10
12—15 pasis Ha 100y ), aHOPEKCist, BTpaTa MacH TiJia,
perigpataiis, cyodebpuiter. BaTbku 1108 sg3yBa-
JI 3aXBOPIOBAHHS 31 3MIHOIO XapuyBaHHS — JUTH-
Ha 1ovajia OTPUMYBATH MOJIOKO BiJl 1HIIOI KOPOBH.
CriouaTky XJIOMIMKa TOCIITANI30BAHO JI0 MiCIIEBO1
JIIKapHi, MOTIM y 3B’I3KYy 3 TSKKICTIO CTaHy Tiepe-
BeJIEHO 10 00JIaCHOI AUTSAYOI JiKapHi, 1e mnepeby-
BaB npotsrom 1,5 micsng (indexiiiine BiineHHs,
MOTIM — Tie/liaTpUYHe Bi/IiIeHHs ). 3a pe3yJbraTa-
MU 00CTeKeHHST BUKJIIOUEHO TOCTpi GaKTepiasbHi
Ta BIpyCHI KUITKOBI iH(eKIlii, KOpDOHABIPYCHY iH-
(bexrito. Y zaraspHUX aHaIi3aX KPOBI 3apEECTPO-
BaHO IIOMIpHE BHMIKEHHS PIBHS TeMOTIJIOOIHY
(91-105 t/n) Ta epurpoumri (3,1x1012 —
3,4x1012), omuH ernizo1 MiABUINEHHS KiJIBKOCTI JIeii-
kormtiB 10 18,8%109 i3 3cyBoM chopmysn BIiBO
(masmmukosiziepHi Hewrpodimm — 28%, toni — 2%)
i mBuaKicTh ocifanus eputporuTie (IIIOE) mo
17 mMm/Tox, piBeHb TPOMOOIUTIB Ta €03UHOMDI-
JiiB — HopMa. bioxiMiunuii anasi3 KpoBi B AUHAMI-
ii: C-peaxktusuuii 6imoxk (CPB) — 257,72 mr/x
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(Hopma — <6), inmri rocTpodazoBi MOKAZHUKT —
y MeKaX HOPMU, NPOKAJIBIUTOHIH — 1,42 Hr/Mu
(nopma — <0,5 Hr/MJ1); HE3HAYHE T IBUIIIEHHS TH-
MOJIOBOI ITpo6H Ta piBHSA anaHiHaMiHoTpachepasu,
rinonpoTeineMis, TIMTOKaMi€Misd; 1HIM MOKa3HUKU
(3araspHuii 6iipy6in Ta ioro dpakiiii, KpeaTHHIH,
CEYOBUMHA, TJIIOK033, PIBEHb CUPOBATKOBOT'O 341134,
KaJblliil, HaTpiil) — y Mexax BikoBol Hopmu. [lix
4ac IMYHOJIOTIYHOTO OOCTEKEHHSI BUSIBJIEHO BU-
COKHUil piBeHb 3araysbHOTO IgE B cupoBatili KpoBi
(961 r/a ipu mHopmi <60,0), in11i iMyHOJIOTIYHI TT0-
Ka3HUKU OyJIi B MEKaX HOPMHU.

Mapxepn 11estiakii: BUSBJIEHO TiBUIIEHHS PiB-
Ha 1gG no rmaauny — 1288 Ox/ma (Hopma —
<12,5), iamri nokasnuku (piBerb IgA mo raiaanny,
piBerb IgG Ta IgA 10 ne3amMiHOBaHUX TMENTHIIB
TJliaJIuHy Ta eHaoMisiymy) — Hopma. AaTuTina [gE
1o kazeiny — <0,1 (1opma), piBeHb KOPTU30JY B
cuposariii kposi — Hopma. Tect [166cona—Kyka —
xJopuy oty 22,8 MmekB/ 1 (HopMa).

3a pesynpratamu Y 3/l: rinommasig TuMmycy
(V=0,7 cm3), HUPKU, HATHUPHUKH, CEPIIE — HOPMA;
OpraHu 4epeBHOI MOPOKHUHU — BUPAKEHUU Me-
TEOPU3M, JUJIATOBAHI METi KUNIEYHUKA 3 PIIKUM
BMIiCTOM, He3HauHe 30i/IbIIEeHHST PO3MIPIB TEUiHKH
Ta €XOTeHHOCTI 11 TapeHXIMU; MiIIYHKOBA 3371032
Ta ceJie3iHKa — HopMa.

3 TPHUBOJY 3HAYHOIO II/BUIEHHS PiBHS 3a-
ranpHoro IgE AUTUHY KOHCYJIBTOBAHO aJeProJio-
rOM, MPU3HAYEHO M000CTeKEeHHs (XapuoBa ajep-
romaHenb) — BizMoBa OGarbkiB. /[uTHHY BIepiie
OTJISHYTO IMYHOJIOTOM Y Bitli 1 pik 4 micsiii Ta 3ari-
JI0O3peHO0 TiepBUHHUN iMmyHOAediuT — rinep-IgkE-
CUHJIPOM (XOYa KJiHIYHI TPOSIBU 3aXBOPIOBAHHS
B IUTUHU HE CTIBIAAJIU 3 XapaKTePHUMMU JIJI TTi€l
dopmu II1]T). 3anponoHoBaHo reHeTrHyHe 0OCTE-
SKEeHHS, BiJl IKOTO OATHKU BiIMOBUJIMCS, XOUa HOTrO
MPOBEIEHHsT a0 O 3MOTY CYTTEBO paHilie mij-
tBepauTH fiarno3 [11/] i BctanoBuTH #ioro hopmy.

Y 3B’43Ky 3 MiI03poIo Ha 1eJliakio AUTUHY Iie-
peBejieHO Ha Ge3IJIIOTEHOBY MIETY, SIKY, 3a 3i3HaH-
HsIM 0aTbKiB, BOHU IHKOJIM IIOPYyLIyBaau. Bpaxo-
BYIOUM TIOCWJIEHHST JIiapEHOTO CUHIPOMY MIpU
CHOKMBAHHI MOJIOUHMX CyMillleil, y TOMYy 4YHCJIi
0€e3JIaKTO3HMX 1 TINOOKOTIAPOIi30BAHMX, XJIOMYK-
Ka IepeBe/ieHO Ha TO/[yBaHHS COEBOIO CYMIIIIIITIO Ta
6e3MOIOUHIMHM GE3rII0TEHOBUMHU KalllaMH.

B obnacHiit gikapHi AMTHHA OTpUMYyBaJa JiKy-
BaHH: aHTHOakTepiasbHa (medrTym), iHDY3iii-
Ha Tepamisi TJII0KO030-COJbOBUMU  PO3YMHAMU,
B/B iMyHoTeparisi (6i0BeH MOHO), aMiHOBEH, JIE€K-
caMeTasoH; per 0os — mpobioTHKH, (hepMeHToTEe-
parist (kpeoH), MeraboJiiuHa Ta CHMIITOMATHYHA
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Tepamis. JliKyBaHHS AWUTUHU HE MaJ0 TO3WTUB-
HOTO edexTy (yTpumyBasacsd BUPaKeHA miapes
3 TSKKUM CHUHJIPOMOM MAaJIbaCUMIJIATIl, aHOPEK-
cis — roayBaHHs OyJI0 IepeBakHO 30HIOBUM, JIH-
TUHA TIPOJIOBXKYBaJIa BTpavyaTu Bary, chopMyBasia-
¢S HAITSKKA TinoTpodis — KaxXeKkcis), y 3B'SI3Ky 3
YUM JIJIST TIOAJIBITOTO OOCTEKEHHS Ta JIKYBaHHS
XJIOMTYHKA TTEPEBEIEHO 10 1HPEKITITHO-00KCOBAHO-
O BiJTiJIeHHd /1714 liTeit panaboro Biky /1Y «IHcTr-
TYT TeJliaTpii, akylepcTna i TiHeKoJIoril iMeHi aka-
nemika O.M. JIyk’'ssmoBoi HAMH VYxpaians (/1Y
«IITAT imeni akazemika O.M. JIyk’snosoi HAMH
Yipaiuu») 3 giaraozom « CuHapoM Maababcopoitii,
MaJIB/IUTECTi] HEYTOUHEHOTO TeHEe3y, EKCUKO3 2 CT. 3
TOKCHKO30M 2 cT. Tsikka 6iJIKOBO-eHepreTHYHa He-
nocratHicTh (kaxekcis). [lepsunnuii imyHozmedi-
Ut — rinep-IgE-cunapowm (?). linonmnasis tumycy.
3aTpuMKa CTaTO-KiHETUIHOTO PO3BUTKY. Herepe-
HOCUMICTD IioTeny 6e3 mesmakii (?)».

IIix yac rocmitamisariii cTaH AUTUHU TSIKKAN
3a paxyHoK rinoTpodii 3 cT. (Kaxekcii), TsSKKO-
ro CUHJPOMY MaJibaCUMLJIAIi, AlapeiiHoro CuH-
ApoMy 3 MeTabOJiYHUMU Ta eJeKTPOJITHUMMU
MOpPYIIeHHSIMH, JleTifiparaitii, inTokcukarii. Maca
tina — 6950 r (medinur macu Tima — 40,8%).
3pict — 77 em. XJIOMYUK B’ UM, TOJIOC CIAOKMIA,
BUpa)KeHa M’S30Ba TIlMOTOHIs, IUTUHA HE CUJIUTD,
He XO/INTh, CAMOCTIMTHO TTPAKTUYHO He icTh (TO/MY-
BaHHSI — uepe3 HazoractpasbHuil 3oum). Ikip-
Hi TIOKPUBM Ta BUAMMI CJAU30BI 00OJOHKHU YUCTI,
6urijti, mkipa cyxa (nmepramentHa). Typrop TkaHuH
3HAUHO 3HMKeHUN. [liAmKipHO-KUPOBUIT TIpoIIIa-
POK 3HAYHO BUTOHUYEHWI Ha BCIX JIJGHKAX Tija.
MemninreasibHa Ta BOTHUIIEBA HEBPOJIOTIUHA CUM-
nTomarukaneBussiiena. [ lepudepuuninimboBysmm—
6e3 ocobausocreil. Jlereni, cepiie — 6e3 0co0Im-
Bocreit. JKupit 3HauHO 30iblIEHUI Y po3Mipax,
3AyTHUH, 3a PaxXyHOK BWPAKEHOTO METEOPU3MY,
nayblalliss MapeHXiMaTO3HUX OpraHiB CYTTEBO
yTpyaHeHa. Bunoposxkuenuss — 3—4 pasu/mo06y,
psICHE, BOJSTHUCTE 3 JIOMIIIIKAMU CJIN3Y, 3JI0BOHHE,
YacTKOBO 3HeOapBJICHE.

JluTuHI [IPOBELEHO KOMILIEKCHE J1abopaTop-
HO-IHCTpYMeHTa/IbHe 0OCTEKEHHs. 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: najmuukosiiepui (1/s1) — 2%, CerMeHTo-
spepai — 30%, eos. (-), aimborutn — 61%, Mo-
vomutu — 7%, IHIOE — 3 mm/roxa. bBioximiunmii
aHaJIi3 KpOoBi: 3arajabHmii 6110k — 46,7 /11, anbby-
MiH — 27,6 T/7, Timoko3a — 4,1 MMOJIb /7T, 3aTaIbHU T

ISSN 2663-7553 Modern pediatrics. Ukraine 2(122)/2022



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

KAIHIYHUMIM BUTTAAOK

6imipy6in — 8,2 MKMOJIb/J1, amaninamiHoTpacde-
pasa — 63 oxn/m, acnapmamaminompancghepasza —
28 on/n, myxHa docdaraza — 113 ox/n, kpeaTn-
HiH — 39 MKMOJIB/J1, cedoBuHa — 93,0 MMOJIb/JI,
CPb — weratuBHUI, TPOKAJBIUTOHIH —
0,2 w®r/mn, piBeHb eJEKTPOMITIB: Kagiii —
2,65 wMmomb/n, Kampmiii — 0,57  MMOb/JI,
Hatpiti — 136,3 MMOJIb/JT; TOKAa3HUKH KHUCJIOT-
HO-JTIY>KHOTO CTaHy, JIIIHUM CHEeKTpP, raMMa-Try-
tTaminTpancdepasa, )koBuHi kucsaotu, AFP, dbepu-
TUH — HOpMa.

ImyHODOTIUHE HOCTIPKEHHS KPOBi: PiBEHb CU-
POBATKOBUX iMYHOTJIOOYJIiHIB 1 cybmomysiii
aiMmdorutiB — y Mexkax BikoBoi Hopmu (IgG —
9,0 r/m, IgM — 1,34 rv/n, IgA — 0,70 r/an, CD3+
T-nimpouutun — 59,6% (4124/mxm), CD4+
T-nimporurn —  39,3% (2717 /mxan), CD8+
T-nimboruru —19,7% (1362 /Mmm), CD19+ B-yim-
dbomntu — 35,3 % (2443 /mxir), CD56+ NK-nimdo-
mutu — 3,5% (245/mKi)), daromurapHa ak-
TUBHICTh HelTpodiniB — y Hopmi. [lig wac mo-
caijpkenasa  T-peryagropHux  JiM@OIUTIB  BU-
ABJIEHO 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) He Busis-
JIEHO.

Auteprosioriute obcrexenHst: 3araibhuii IgE —
238 TU/ml (wopma — <50,0), eosuHODIIBHUI
karioHHni 610K — 6,07 Hr/Mi (<24,0 HeraTusH.),
y xapuoBiil manemi (20 ajepreHiB) BUSBJIEHO He-
3HavHe migBuiierHs (1 kiaac) piBHg crienudiuHUX
IgE o Tpicku, si6s1yKa, 5KUTHBOTO OopoinHa. PiBeHb
cuerudiuanx IgE 10 kopos’suoro Mosioka — BepX-
HS MeKa HOPMU.

Topmonasnbue  obcresxenns:  pienb  TTI,
T4 BisbH., T3 BiJIbH., KOPTHU3OJIY B CUPOBATIl KPO-
Bi — HOpMA.

Tenernune obcTeKEHHS Ha 1eJliakilo — BUSIBJIe-
Ho rajotun DQ8 (DQA1*03, DQB1*04), acortiiio-
BaHWH 3 MiIBUNIIEHUM PU3UKOM PO3BUTKY TIeJTiaKil,

CepoJioriuni mapkepu nesiakii — IgG mo Tka-
HUHHOI TpaHcrayTaminasu — 30,90 (>18 — mo-
3uTHBHMI), [gA 10 TKAHWHHOI TpaHCIIyTaMi-
Ha3u — HOPMa, piBenb I1gG Ta IgA no nesaminona-
HUX TENTU/IIB TJaJINHY Ta €H0MI3IyMy — Y MexKax
HOPMT.

Anauris ceui 3arabHUN — 6e3 0COOJUBOCTEN.

Komnporpama — He#rTp. :xup (+++), ;KUpHi Kuc-
JIOTU — He BUsIBJIEHO, peakilis [perepcena — cuia-
60 MO3UTHBHA, CJIU3 Y BEJIUKiil KiJIbKOCTI, JIefiKO-
IIUTU — T'YCTO TOKPUBAIOTD T10JI€ 30DY.
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[Tankpearnuna esnactaza B Kam — 569,22
(HopMma); KasibrnporekTun y kami — 215,90 ur/r
(>60 — mo3uTHBHUIA).

[Mlngaxom  TaHJeMHOI  Macc-CIEKTPOMeETpii
BUKJIIOYEHO TOPYIIEHHS OOMIiHY aMiHOKHCJIOT Ta
AlMJIKAPHITUHIB.

YnbsTpazByKOBe IOCTIIKEHHSI OpraHiB YepeBHOI
MOPOKHUHU: YJIBTPa3BYKOBi O3HAKW BUPAKEHOTO
E€HTEPOKOJIITY, AMDY3HUX 3MiH MMAPEHXIMU TeUiH-
KM, CEeJIe3iHKH, acIuTy, JiBOGIYHOI mieoeKTasil.
Bupaxkenuit mereopusm. Bisyanizyorbest po3Tsr-
HYTI TIETJIi TOHKOTO KuIiiedHuKa 0 20 MM, CTiHKa
HabpsKa, notoBiieHa 10 2,3 mMM. Ilignuryrkosa
3ay03a — 6e3 0COOIMBOCTEA.

[Tposeneno enpockomiune obcrexentst (i-
OpOracTpOyOJEHOCKOIisI Ta KOJOHOCKOIIsS) 3
TICTOJIOTIYHUM 1 TICTOXIMIYHUM JOCJI/KEHHSIM
GionratiB ¢an30Boi 000MOHKN 12-mamo0i KUIIKY,
TEPMIHAJILHOTO BiUIiTy KiIyOOBOI KUIIKH, YCIX Bijl-
JIJIIB TOBCTOI KUIIKH, 32 PE3yJibTaTaMU SKOTO BU-
SBJICHO TSKKUU TIATOJIOTIYHUI TIPOIEC Y TOHKIM
KUIII: XPOHIYHUN BUPa)XEHUN EHTEePUT i3 TO-
TAJIbHOIO aTPOodi€i0 BOPCUH, TMOTPO(dIi€0 CIu30-
BOI 0060JI0HKH, [U(DY3HOIO JiMOILIa3MaUTaPHOIO
iH(piTBTpAIli€lo BJACHOI TIACTUHKN 3 BOTHUIIIAMU
HaOPsIKy, GibpO3y, IUITATAIIEI0 CYMH, BUPKEHIM
3MEHIINEHHIM KiJTBbKOCTI KeJIUXOMOMIOHNX KJITHH
i BHWXKEHHSAM iXHbOI (YHKII  (3HUKEHHS
PAS-peaxrtii).

3a pesysbraTaMu €H0CKOIIYHOTO 0OCTEKEHHST
CTPaBOXOJly, 1IJIYHKA, TOBCTOI KWIIKUA Bi3yaJbHO
[1aTOJIOTII He BUABJIEHO, a 34 JaHUMU IiCTOJIOTTYHO-
IO JIOCJIJIZKEHHSI CTM30BO1 0O0JIOHKH TOBCTOI KUIII-
KU BUSBJIEHO O3HAKU XPOHIYHOTO KOJTITY.

Otrpumasi pesyJ/israti J1abopaTOPHOTO Ta eHJI0-
CKOIIYHOTO 00CTEKEHHSI 3 HaMOLIbIIOI HMOBIp-
HICTIO BKa3aJW Ha HASABHICTb y AUTUHU TIKKOI
1estiakii abo ayToimyHHOI eHTepornarii. Ha kopuctb
1estiaKii 3 HaITSKKNUM 11epebiroM CBIUNIIN Pe3yJib-
TaTh TEHETUYHOTO 00CTEKEHHS Ta ITaTaHATOMIYHO-
IO JIOCJI/KEHHST CJIM30BOI 000JIOHKN TOHKOT KUIII-
ku. HeraTusHi pesyibraT BU3HaueHHs! OiIbIIOCTI
CepOJIOTIYHUX MapKepiB TiesiaKii MOKHA TTOSCHU-
T TIPOBENEHHSIM JOCTi/PKEHHS Ha TJi TPUBAJIOI
ariaauHoBoi gieTn. 3 iHmoro OOKY, BifCyTHICTH
edekTy Bil 3aCTOCYBaHHS ariiaJiImHOBOI JIIETH,
He3Ba)Kalouu Ha IHTEHCUBHY Tepamiio — IIBUJKE
MIporpecyBaHHs 3aXBOPIOBAHHS 3 BUXO/IOM Ha Tiep-
MUAH TTaH KJAIHIYHUX TPOSBIB TSHKKOTO CUHIPOMY
MaJThbaCUMIJIAILI, 6ITKOBO-€HEePreTHYHOI He[oCTaT-
HocTi Ta rinoTpodii 3 cr. (Kkaxekcii), HEeBIMOBI/-
HICTb CEpPOJIOTIUHUX MapKepiB Ilesiakii TAKKOCTI
VIIKO/PKEHHS CJIM30BOI 000JIOHKM TOHKOI KUIIKU
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(torasbHa aTtpodis BOPCUH i 3HAUHE 3MEHIEHHS
KUJIBKOCTI KEJINXOMOMIOHNX KJITUH 1 3HUKEHHS
iXHbOI (DYHKIIIT) BKa3yBajau Ha UMOBIPHICTh ayTo-
IMyHHOTO ypasKeHHS TOHKOi KUIIKUA. AJie BU3Ha-
YeHi MapKepu ayTOIMYHHOTO IPolecy B CHPOBATII
KPOBi BUSIBUJINCS HETaTUBHUMM: aHTUHYKJIEAPHI,
AHTUMITOXOH/PiabHI aHTUTLNIA, aHTUTLIA [gA Ta
IgG 1o cim30BOi 06OJOHKM KUIIeYHUKA (METO[
IFT) — He BugBieni.

[Ticss rocmitanizarii 7o /1Y «IITAT imeni aka-
nemika O.M. JIyk’saosoi HAMH Ykpainns», Bpaxo-
BYIOUM TTPOSIBU TSZKKOTO CHHIPOMY MaJIbaCUMiJIS -
ii Ta OiJIKOBO-EHEPreTHYHOI HEeJO0CTATHOCTI 3
rJIGOKOI0 TIOMPOTEIHEMIETD, TioaTbOYMiHEMIETO,
TIITOKAJIEMIEIO, TIMOKAJBIIEMIEIO, XJIOIMYMKA IIe-
peBe/ieHO Ha TI0BHE IapeHTepajibHe XapuyyBaHH:,
[PU3HAYEHO BHYTPIITHHOBEHHO aHTHOAKTEPiaIbHY
Ta IPOTUTPUOKOBY Tepariio, iMyHOTI00yTiHN (OK-
Taram), MOAEHHO MpenapaTH arbOyMiHY, KOPEKIN0
nedinuTy esIeKTPOJIITIB BUCOKUMU /103aMU KaJTito
Ta KaJIbIlif0, TOPMOHAJIbHY Tepallifo (1TpeHi30JI0H ).
[HTeHCMBHA Tepamis [aja 3Mory crabiiisyBaTu
CTaH IUTUHYU — 3MEHITUJINCS TIPOSIBU Jiapel, 37yT-
T$1 JKUBOTA, XJIOMMYHMK CTaB OiIbII aKTUBHUM, TIOYaB
CUJIITU Ta TpaTuCsd, TepecTaB BTpavyaTu Bary. Ajie
3HAYHOTO KJIIHIYHOTO eDeKTy BiJl JIiKyBaHH: HE JI0-
caruyto. [TpubaBku Macu Tisa OyJiu jyske He3HAY-
HUMK Ta HectabiabHuMu (3a 1,5 micsaig — 300 r).
V pasi crpobu BBEeJIeHHS YaCTKOBOIO €HTepPajIbHO-
rO XapuyBaHHs (MOJIOYHI CyMiIlTi Ha OCHOBI T/InO0-
KOTO TiZIpoJIizy OiiKiB 200 aMiHOKUCIOTHI CyMiTrTi)
Bi/ipa3y CIIOCTepirasiocss KJiHIYHE TOTIPIIeHHS —
MOCUJIEHHS Jiiapel (BUIIOPOKHEHHS CTaBasIo OiJIbII
PO3piKeHNM, 3HEOAPBIEHNM i3 MOJIOYHIM BiTiH-
KOM i crieTnu@ivHuM 3a1axoM, 3HAYHUMHU JIOMITITKa-
MU CJIM3Y, 4aCTOTa BUIIOPOKHEHDb 301/IbIIyBasIacs
1o 7—10 pokiB/mn00y), mosBa OJIOBaHHS, 3HAUHE
30iJIbIIIEHHST B PO3Mipax i 3[AyTTs KMBOTA, BTpaTa
MacH Tija.

Y 3aranpHOMY aHasi3i KpoBi B AMHaMIIll yTpU-
MyBaJIach aHeMisl, CTIHKUIT TOMipHUIA JIEHKOIMTO3
(makcumanbHO — 22,1%109/71) i3 IepiogmaHIM 3Cy-
BOM JIEHTKOTIUTAPHOI (hOPMYJIH BITIBO Ta TPOMOOTIH-
103 (110 536x109/11). ¥V GioximMiuHOMY aHaIi3i KPOBi
B JMHaMilli PiBHI 3arajbHOTO O6ijKa, anbOyMiHY,
KaJIito Ta KaJibllito Oyin HecTabiIbHUMU Ta 32 Paxy-
HOK I[O/ICHHOI KOPEKIIil yTPUMYBaJIUCs Ha HUXKHIN
MesKi HOPMU, iHIIT TOKa3HUKH (TJII0K03a, 6imipyoiH,
TpaHcaMiHa3¥, KpeaTUHiH, CEY0BMHA ) He MaJIN Bil-
XWUJIEHD Bijl BIKOBOI HOpMU Ta OyJiu cTabiIbHUMMU.
CPb y nunamiiii — HeraTuBHUIA.

BpaxoBytoun HezpocTaTHIO eheKTUBHICTD Tepa-
mii, HecTabibHy pemicito Ha TIi TOBHOTO MapeHTe-
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PaJTbHOTO XapuyBaHHS Ta HEMOJKJINBICTh BBEIEHHS
eHTepaJbHOI0 XapuyyBaHHS, JUTUHY ITPOKOHCYJIb-
TOBaHO iMyHosorom. HesBaskaiounm Ha HeraTHBHI
pe3yJIbTaTh BU3HAYEHHS aHTUTLI 10 CJIU30BOI 060-
JIOHKM KUIIeYHUKA Ta BiACYTHICTH KJIHIKO-71a00-
PAaTOPHUX O3HAK ayTOIMYHHOTO YPa)KE€HHS 1HIIMX
opraHis, 3amizio3peno [II/1: IPEX-cunapom i peko-
MeH/IoBaHe reHeTndHe oOCcTexeHHs (CeKBEHYBaH-
H4 TeHiB) — nanenb «llepBunHni iMmyHOZEDITTUTHS .

3a pesyjbrataMyd TE€HETHYHOTO OOCTEKEHHS
MIJITXOM TaHeJTbHOTO cekBeHyBaHHSA 407 rewis,
npoBeieHoTo B taboparopii «Invitaes (Can-Dpan-
nucko, CIIIA), BUSABIEHO TATOTEHHY MYTaIlilo
c.736-2A>T (Splice acceptor) rera FOXP3, mio
mi/ITBep/InJIo fliarHo3 «llepBurnauii imyHoehinmT:
IPEX-cungpoms». Xionmymka IMOBTOPHO IPOKOH-
CyJIbTOBAHO IMYHOJIOTOM, PEKOMEH/IOBAHO TPAHC-
TJTAHTAIIII0 CTOBOYPOBUX KJIITHH KiCTKOBOTO MO3-
Ky, HLA-TunyBanust cubsiHriB i 6aThbKiB AUTHHH,
reHeTryHe OOCTEKEHHsI MaTepi Ta CUOJIHIIB Ha
HocitfictBo MyTailii rena FOXP3, imyHocynpecus-
HY Tepamiio A KOHTPOJIO 3a €HTePONaTie€ln /10
MPOBE/IEHHST TPAHCILIAHTAINT CTOBOYPOBUX K TUH
KiCTKOBOTO MO3KY (ciposiMyc y 1031 1 Mr/Kr/mo0y
I/l KOHTPOJIEeM PiBHS IIperapary B ILJIa3Mi), Hy-
TpiTMBHA TiATpUMKa. [ljIsh miAroTOBKM 70 TpaHC-
IIaHTalii croBOYpOBUX KJIITHH KiCTKOBOIO MO3KY
JMTHHY TIepeBeieHo 10 00JacHol JiKapHi 3a Mic-
11eM ITPOKMBAHHSI.

OO0roBopeHHs1 0COOJMBOCTEl KJIIHIYHOTO BH-
najgKy

st TPEX-cunzpomy xapaktepHa Bapiabesib-
HICTh KJIIHIYHUX MTPOSBIB. 3a pe3yJibTaTaMU CUCTe-
MaTUYHOTO aHaji3y cBiToBOI Jiteparypu [9,19],
HAiiOLIbII TUIIOBOIO KJHIYHOIO KapTHHOIO IIbO-
TO 3aXBOPIOBAaHHS € Tpiajzia: ayToiMyHHa €HTEpO-
natist — y 98% maitienTiB, ypaskeHHs MKipu Ta CJIv-
30BUX 000JIOHOK (aTOTYHMIT IEPMATHT, BE3UKYJIO-
MyCTYyJIb03, €KC(OJIaTUBHUHN JePMAaTUT, 1XTi030-
HOPMHUIT 1ePMATHUT, TICOPIA3OIOAIOHNI CUHAPOM,
TSOKKUN  XEWJIiT, aJsionellis, oHiXxoaucTpodisa) —
y 62%, mosrien ok prHONaTisA (IyKpoBuii AiabeT 1-ro
THUILY, 2QyTOIMyHHUI TUPEOIINT, YacTille — TiloTH-
peo3) — y 53% maiieHTiB. MOXINBOIO € TAKOX
iHIIA ayTOIMyHHA I1aTOJIOTisT B Pi3HUX KOMOi-
HaIliIX — TeMarToJioriyHa (TeMOITHIHA aHeMis 3
HO3UTUBHOMO peakitiero Kymbcea, ayToiMyHHa TPOM-
GouMTOIEHis, ayToiMyHHA HeliTporenis) — y 39%,
Hedpomarist  (TyOysoHedpomatisi,  TIIOMEpPYJI0-
HedpUT i3 HePOTUYHUM CHUHIPOMOM, iHTEPCTH-
niitauii nedpur) — y 16%, permauhi indekiii
(6akrepiaibHi, BipycHi, rpubkosi) — y 40,0%, irmri
IMYyHHI yCKJIaIHeHHS (BaCKYJIiT, iIHTepCcTUIlifiHe 3a-
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XBOPIOBAHHS JIET€Hb, aTPO(iUHUN racTPUT, apTPHUT,
AyTOIMYHHUI TeIaTuT, MioO3UT TOII0) — y 22% na-
LIEHTIB.

Maiixxe 100% narieHTiB MaJu ayTOIMyHHY €H-
Tepornariio, sdKa I0€JHyBajJacsd 3 ayTOIMyHHUM
YPaKEHHAM IHIIUX OPTaHiB 3aJIe3KHO Bijl BULY T1a-
torenHoi MyTariii rena FOXP3 [6,19,22]. ¥ noctyn-
Hil1 JTiTepaTypi HaBe/IEHO BIIOMOCTI TIJIBKU TTPO T10-
OINHOKI KJIIHIYHI BUIAQJKU 130JbOBAHOTO ypa-
JKEHHST KUIeYHNKa 0e3 ayTOIMyHHOTO ypasKeHHS
IHIIUX OPTaHiB y MliTell 3 FeHEeTUYHO IiATBEPIsKe-
wum [PEX-cunapomom [8,9]. Xapakreproio o3Ha-
koo IPEX-acorifioBanoi eHTepormnarii € BOAsSHNUCTA
HEeKyIlloBaHa TepaleBTUYHUMM 3axojaMu Jiapes,
4acTo 3 IOMIIIIKaMU CJIM3Y Ta KPOBi B KaJli, BUpake-
HUN CUHIPOM MaJIbaCUMIJALl, MBUIKUNA PO3BU-
TOK TSKKOI O1JIKOBO-€HEpreTHYHOI He0CTaTHOCTI
Ta 3aJI€KHICTD BiJl TAPEHTEPATbHOTO XapuyBaHHSI.
[Tix yac matoMopdoNOTIYHOTO AOCTIKEHHS CITH-
30BOI OOOJIOHKM KHIIEYHWKA BUSIBISIOTH CyOTO-
TAJIbHY / TOTaJIbHY aTpodilo BOPCUH TOHKOI KHIII-
KU 3 MOHOHYKJIEAPHOIO iH(MIIBTpAIli€io BJIACHOI
IIacTUHKY ¢in30B0i obostonku [11,12,21]. ¥V pani
BUIIAJIKIB TOTa/JbHA aTPOdish BOPCHH acoIliioBazacs
3 HEKPO30M eIiTesiaTbHUX KIITHH 1 (hOPMYBaHHIM
kpurnraberecis [13].

3a pesyJbraTaMi iIMyHOJIOTIYHOTO O0CTEKEeH-
Ha mnaiienTtiB 3 [PEX-cungpomom He BuUsBIe-
HO 3MiH y CTaHi iMyHHOI cuctemu abo BijiMideHO
HOMIpHUIT AucOatane MisK CyOmomyasaIisaMi iMy-
HOKOMIIETEHTHUX KJIITUH KPOBI, TiJBUIIIEHHS PiB-
Hsa murokinis 112, 1L4, IL5, 1L6< IL10, IMHy,
TNFo, migsumienua piBus 3aranbHoro IgE, npu
1IbOMY BUCOKUH 1 JIy’Ke BUCOKHUU pPiBEeHb 3araib-
voro IgE B moemnanHni 3i cTifikoo eo3uHODiTiED
€ XapaKTePHUM [ TSOKKOI KJIaCcWMYHOI (hopMu
IPEX-cunapomy [5,6,12]. XapakrepHoio abopa-
TOPHOIO 03HAKOIO I[LOTO 3aXBOPIOBAaHHS € II03U-
TUBHI CepPOJIOTIYHI MapKepu ayTOIMyHHOTO TIpolie-
Cy B OpraHiaMi — BUSBJIEHHS aHTUHYKJIEAPHUX Ta
AHTUMITOXOH/IPIAJIBHUX AHTUTLI, ayTOAHTHUTLI 110
eateporutiB (AIE-75 ta Bijtiny), KOJOHOIMTIB,
IHCYJIiHY, KJITUH OCcTpoBKiB JlaHnrepranca, Tupeo-
MEePOKCUIa3u, THPEOTJIOOYIiHy, KJIITUH KPOBi
(epuTponuTiB, HEHTPODINIB, TPOMOOIUTIB) TOIIO
3aJIesKHO Bijl opraniB-mimeneit [5,12,13]. Boano-
yac y JitepaTrypi € MOBIIOMJIEHHS TPO KJIHIUHI
punaaku IPEX-acouiiioBanoi giapei 6e3 ayroas-
THUTLJI 10 €HTEPOIHTIB CIM30BOI 000JOHKN KUTITEY-
HUKa, ajle B TO€JHAHHI 3 ayTOIMYHHOIO IATOJIO-
rieto iHmmx opranis [11,16]. Ha aymxy daxiBiiis,
Bi/ICYTHICTh ayTOQHTHUTIJI 10 €HTEPOIUTIB KUIIIEY-
HMKa B KPOBI JIMTUHU 32 HAsIBHOCTI ayTOIMYHHOIO
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ypaskeHHsT IHITUX OPraHiB He Ma€ OyTH TPUYUHOIO
BiZIMOBU BiJl TEHETHYHOTO OOCTEKEHHST HA TPEAMET
IPEX-cunapomy [1,15].

Mamnicdecrariss  3aXBOPIOBaHHSI Ha MEPIIOMY
pOIli KUTTS JUTUHU 32 BIJICYTHOCTI IIBUIKOTO
BCTAHOBJIEHHS [[iaTHO3y Ta PaJAWKAJIbHOTO JIKY-
BaHHS (TpaHCIIAHTAIll CTOBOYPOBUX KJITUH KiCT-
KOBOI'O MO3KY) 3a3BU4ail IBU/IKO IIPU3BOJUTH /10
JIETAJIbHOTO HACJIJIKY. 32 JaHUMHU JiTepaTypH, J0-
BesleHa eheKTUBHICTh 3aCTOCYBAaHHS IMYHOCYIIpe-
CUBHUX TIPEMNapariB y MJaaHi KOHTPOJIO 32 aKTUB-
HICTIO ayTOIMYHHUX TIPOIECiB HA eTalli Mi/[rOTOBKU
[0 TpaHCIIAHTaIlil (Ha BiAMiHY BiJl TOPMOHAJIb-
HUX IIperapaTtiB, 3aCTOCYBaHHS SIKUX He I10Ka3a-
JIO KJIiHIKO-TabopaTtopHoro edexry). Bakimporo
€ TaKO’XK MiITPUMYyBasibHa Teparist pedpakTepHOi
miapei, samicHa Tepariisg IIyKpoBoro zaiabery 1-ro
TUTTY Ta iHITUX eHjokpuHomnarii [6,19]. Boxnouac,
3a JIiTepaTypPHUMU JaHUMHU, TIPK 1e0I0Ti 3aXBOPIO-
BaHHS Ha 2-My POIli KUTTsT abo Ti3HinIe, 1MoB’s13a-
HOMY 3 «M'gdK010» MyTartiieio rena FOXP3, moxin-
BUl po3BUTOK HertoBHOI hopmu [PEX-cunpomy 3
JIETTITM TIepebiroM i IOBIIO0 TPUBAICTIO JKUTTSI
MaIrienTiB (Big mizmiTROBOTO BiKy /10 20—30 pokin
xutTs) [6,9,10,20].

BpaxoByloun BullleHaBejieHe, MOKHA BBaskaTy,
IO T[ell KIIHIYHWIT BUTTAJI0OK MA€E MEBHI 0COOIMBOCTI:

1. Ilisna manicdecraltiga 3aXBOpPIOBaHHSI — Ha
2-My POIli JKUTTS AUTUHU (TUIIOBUM € 1eOI0T 3a-
XBOPIOBAHHS TPOTATOM 1-TO POKY JKWUTTs, Haii-
yacTiie — y mepI Micsili JKUTTST).

2. HertoBra copma IPEX-cunapomy — i305160-
BaHe ypaKeHHsI KMIIIeYHUKA 3 TSKKUM CUHIPOMOM
MaJlbaCUMIJIsALIT 6e3 KJIiHIKO-1a00paTOPHUX O3HAK
ayTOIMYHHOTO YPasKeHHS 1HIITUX OPTaHiB.

3. IlartienT MaB HETaTUBHI CEPOJIOTIYHI MapKepn
ayTOIMYHHOTO 3aXBOPIOBAHHSI KMUIIIEYHUKA — aH-
tutiga [gG Ta IgA 110 c/M30BOI 000JIOHKN KUTIIEY-
HUKa B CUPOBATIIi KPOBi HE BUSBJIEHI.

4. Pisenp T-perynsaropuux mimboruris CD4+
CD25+ CD127low+ 06yB migBumienuii (s
IPEX-cunapoMy XapakTepHi 3HUKeHHsI abo Bij-
cyTHICTb T-peryjiaTopHuX KIITHH).

5. 3axBOpIOBaHHSI B IIbOTO MAI[iEHTA Xapak-
TEPU3YBAJOCS TOCTPUM IIOYATKOM, TSKKUM Iie-
pebiroM i cTpiMKMM IHporpecyBaHHsM (TOTaJIbHA
aTpodii BOPCUH cJU30BOT 0O0JOHKHM TOHKOT KHIII-
KU BUSBJIEHA 4epe3 2 Micdlli BiJl TIOSIBU OCHOBHUX
KJTIHIYHUX TPOSBIB), TOI SIK TIPW HETIOBHIN hopmi
IPEX-cunapomy Ta 1e6I0Ti 3aXBOPIOBaHHS Y Billi
Bijt 1 poky, dKi IOB’SI3yIOTh i3 «M’STKOI0» MYTaIli€l0
reta FOXP3, nHaiyacrtime BiAMIYalOTh JIETIINHI
nepebir 3axBopioBaHHs. Taky 0coBIMBICTh TAKOTO
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KJIIHIYHOTO BUIIAJIKY, Ha HaIly JYyMKY, MOKHA I10-
SCHUTUA PO3BUTKOM 3aXBOPIOBAHHS Ha TJi XPOHIY-
HOTO yPa)KeHHS KUIIEYHUKA 32 PaXyHOK Hepailio-
HAJLHOTO XapuyBaHH4 Ha 1-My POIli JKUTTH IUTUHI
(3 4 micaniB — MITy4YHe BUTOJOBYBAHHS LIJLHUM
KOPOB’SIYMM MOJIOKOM), a TaKOK KOMOPOiAHICTIO
(To€IHAHHST TIEPBUHHOTO IMYHOZEMDIIUTY 3 TJIH0-
TEHOBOIO €HTEPOIIATIEI0 Ta CyOKIIHIYHIM ajiepriv-
HUM 3alaJleHHAM KUIIeYHUKa 32 PaXyHOK I0JiBa-
JIEHTHOI Xap4yoBOi ajieprii).

BucuoBku

Hagenennii kIiHIYHUN BUTIAJIOK TOKA3Y€ HETH-
HOBUI 1epebir piAKicHOI (HOPMU TIEPBUHHOTO iMy-
nonedinuty: IPEX-cunapomy (Henosna dopma 3
i30JIbOBAaHUM ypaKEHHSIM KHIIEeYHMKa O6e3 ayToi-
MYHHOTO YypaKe€HHS 1HIIMX OPraHiB) i MpakTUYHI
TPYHOIII TTPOBe/IeHHs AU epenIliiHol iarHOCTH-
KU IIbOTO 3aXBOPIOBAHHS B JiT€H PaHHLOIO BiKy
y 3B’I3Ky 3 HecreluiyHicTio i BapiabeIbHiCTIO
KJIIHIYHOI CUMIITOMAaTUKU Ta BificyTHICTIO J1abopa-
TOPHUX iIMYHOJIOTIYHUX MapkepiB [PEX-cunapomy.
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