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XPOHIYHWIA LWKIPHO-CIM30BMIA KaHAWA03, aB0 XPOHIYHWIA reHepani3oBaHuii KaHAMA03 — Lie NePBUHHNI KOMOIHOBaHWIA iIMYHOLEMILNT, WO XapaKTepuayeTbCs
NepPCUCTEHLIED (hYHranbHOI iHKDeKLii WKipn, CM30BUX, BUKIMKAETLCA rpubamin pody Candida i vacTile 3a Bce NPOABAAETLCA B AUTAYOMY Bili. Tun ycnaaky-
BaHHS — ayTOCOMHO-PELECUBHNIA Ta ayTOCOMHO-A0MIHAHTHUIA, iHKONN — CMOpaauyHi BUNagKM.

HaBefieHo KniHiYHN BUNaA0K XPOHIYHOTO LLIKIPHO-CIN30BOr0 KaHAMA03Y, 06yMOBNeHOro MyTallieto reHa STAT1 (GOF) B AUTUHN PaHHLOTO BiKy.

BCTaHOBMEHO, L0 HACTOPOXXEHICTb NIKAPIB LLOAO KNiHIKO-IMYHONOMYHIX MApKepiB NEPBUHHOO iMyHOLEILMTY NOKPALLYE PaHHIO AiarHOCTMKY i CIPUsE CBOEYa-
CHill afleKBaTHil Tepanii, ska nonepegKye TAXKKI i HE3BOPOTHI MOPYLEHHS. A Lie, CBOEID Yeproto, CyTTEBO NOIMNLIYE AKICTb XUTTA XBOPUX i NOLanbLUNA NPOrHO3
NEePBUHHNX IMYHOLE(ILNTHNX CTaHIB.

ABTOPM 32sBNAKOTbL NP0 BiACYTHICTb KOHMAIKTY iHTEPECIB.

Knto4osi cnoBa: nepeuHHNI iMyHO4EiLWT, WKIPHO-CIM30BUI KAHANA03, PaHHIlA BiK.
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Chronic mucocutaneus candidiasis or chronic generalized candidiasis is a primary combined immunodeficiency characterized by persistence of a mucocutan-
eous fungal infection caused by Candida fungi and is often manifested in children. Modes of its inheritance are autosomal recessive and autosomal dominant
with rare sporadic cases. This article contains a clinical case of a chronic mucocutaneus candidiasis in a toddler caused by a gene mutation STATI (GOF).

It has been established that vigilance of doctors regarding clinical and immunological markers of primary immunodeficiency improves early diagnosis and pro-
motes timely adequate therapy, prevents severe and irreversible disorders. And this, in turn, significantly improves the quality of life of patients and the further
prognosis of primary immunodeficiency disorders.
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XPOHUYECKMIA KOXHO-CNN3UCTbIA KAaHANWA03 — HO30JI0rnYeckan (hopma nepeuYHOro UMMyHoaeuumnTa y AeTe.

CHV‘IaVI KOXHO-C/IM3UCTOro KaHanao3a y peﬁeHKa paHHEro so3pacrta

O.T. WagpuH', J.1. YepHbiwosa?, B.B. 3aey’, B.H. ®ucyH', H.I. YymayeHko'

TY «/HCTUTYT negmatpuu, akyLwepcTsa v ruHeKonoruy umeHu akagemnka E.M. JlykbsiHooit HAMH YkpawHbi», r. Kues
’HaunoHarnbHas MeuUMHCKan akafemMus nocneauniomMHoro oépasosaqus umenn M.J1. Wynuka, r. Kues, YkpanHa

XPOHNYECKUIA KOXHO-CNIMBNCTBINA KaHANA03, NN XPOHUYECKUIA TeHEPaNN30BaHHbIA KaHAWA03 — 3TO NepBUYHbIA KOMOUHUPOBAHHBIA MMMYHOAE(ULMT, KOTO-
PbIl XapaKTepnayeTcs NepenucTeHumen PyHranbHon MHADEKLMM KOXI 1 CAIM3NCTbIX, BbI3bIBAETCS rpubamm pofa Candida v 4alle BCero nposiBnseTcs B A6TCKOM
BO3pacTe. Tun HacnefoBaHNs — ayTOCOMHO-PELECCUBHBIA 11 QyTOCOMHO-A0MWUHATHBbIA, UHOTAA — CNOPaAMyeckKue cnyyan.

[pescTaBneH KIMHUYECKMIA Cry4ai XPOHUYECKOTO KOXHO-CAIM3UCTOrO KaHAMA03a Y pe6eHKa paHHEero Bo3pacTa, KOTopbIi 06ycnoBneH myTauuer reda STAT1 (GOF).
YCTaHOBIEHO, YTO HACTOPOXKEHHOCTb Bpayeli Mo NOBOAY KNMHNKO-UMMYHONOTMYECKUX MAPKEPOB NEPBUYHOTO MMMYHOAEULIMTA YNy4LIAET PaHHIOW AMArHOCTU-
Ky 1 cnoco6CTBYeT CBOEBPEMEHHOI afleKBATHOI Tepanuu, KOTopast NpeoTBpaLLaeT TSKenble 1 HeobpaTUMble HapyLLeHus. A 3T0, B CBOK 04epefib, CYLLECTBEH-
HO MOBbILLAET KA46CTBO XWU3HN GONBHBIX 1 YNy4LIaeT fanbHEeALIMIA NPOrHO3 NEPBUYHBIX UMMYHOAE(ULUTHBIX COCTOSHUIA.

ABTOPbI 3a7BAAOT 06 OTCYTCTBUM KOH(DAMKTA UHTEPECOB.

KnioyeBble cnoBa: NepBuYHbIi UMMYHOAEULNT, KOXKHO-CAIM3NCTLIN KaHAUA03, PaHHUIA BO3PACT.

imyrnogedinutu  (I1I/I) — ToOpHOTO TpakTy y BUTJSAAI OPOHXITIB Ta ITHEBMO-

HepBI/IHHi

1€ TpyIia TSLKKUX TeHEeTUYHO JleTepMiHOBa-
HUX 3aXBOPIOBaHb, M0 A€OITYIOTH IMEPEBAKHO
B panHboMmy Billi. Xoua 11/l Hamexath /10 opdan-
HUX 3aXBOPIOBaHb, Maii;ke KOXHUI JiKap MOKe
sycrpitucs 3 II/I. OcHoBHOIO po6iemoro TTI/],
SK 1 IHIMWX PiIKICHUX 3aXBOPIOBAHb, € TIiTIO/[iaTHO-
CTHKA, [0 TPU3BOAUTH [0 HEAJEeKBATHOTO Ta
HECBOEUYACHOTO JIIKYBaHHSI. 3HAYHOIO IE€PEITKO-
JIofo € Te, 1m0 3a3Budail cumnromu I11/] necmeru-
(iuni. IlaTosioriyni cTtaHW MacKyIOTbCS TIiJT
GaHabHI iH(DEKITT: PeIIMBHI ypaskeHHS pecIipa-
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HiiT; XpOHIYHI po3JIaan 3 GOKY ILTYHKOBO-KHUIIKO-
BOTO TpakTy; TrpuOKOBI ypaskeHHs MIKipu
Ta CJAWU30BUX; 3aTPUMKY (Di3UYHOTO PO3BUTKY.
[Ticasa BaknMHAIll] TAaKKX JiTEN JKUBUMU BaKIMHA-
MU 4acCTO CIIOCTEPIracThcsl MiciieBa abo cUcTeMHa
peakiis. Ilix gac yapTpasByKOBOTO OOCTEKEHHS
BUJIOYKOBOI 3271031 BiJIMIUYA€ETHCA 3MEHINEHHS
il po3MmipiB (rinoruiasis, ansasis). Huspka HacTo-
POKEHICTh TPAKTUKYIOUMX JKapiB TPU3BOIAUTH
no misuboi giarnoctuku [1I/]. Bumenepepaxosani
(hakTu CIPUUMHSTIOTH BUCOKHH PiBEHb IHBAMIIN3a-
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mii Ta cmeptHocTi marientis i3 [II/] ynacaimox
iH(exIiit 200 1HITIX YCKIATHEHD.

Y uinomy wacrora III/[ y cBiTi cTaHOBUTH
10:100 000 nacenennsi, a yactorta okpemux I11/]
Bapitoe B Mexkax Big 1:250 mo 1:500 naceseHust
(nanpukiian, BubipkoBuil imynomedinur IgA).
B Yxpaini posnouasu peecrpysaru 111/ y 2010 p.
Ha Kadeapi auTauux iHGEKIIHHNX XBOPOO
ta qursyol imyHostorii HMATIO imeni [LJT. Ilynmxa.
Yacrora I1I/] B Ykpaini cranoButs 1,55:100 000 Ha-
ceseHHst, ToOTO Maiixke B 10 pasiB MeHa,
10 CBITYUTD PO HEIOCTATHIO 1X JIarHOCTHUKY.

[TepBunni iMyHOAEdIIUTH PO3TASTAIOTHCS
JK PiAKiICHI 3aXBOpIOBaHHS. AJle, 32 OCTaHHIMU
nocaipkennsivmu, II1J[ 3ycrpivatorbest uactiine,
HiK NPUUHSATO BBaXKaTH, JIWIIE 32 1X HIBUIKO
3POCTAIOUOIO KiJIbKIiCTIO [5]. 32 0cTaHHBOIO KJIACH-
¢dikamiero (2017) excnepruoro komitetry PID
MixkHaAPOJHOTO COI03Y IMYHOJIOTIYHUX TOBAPUCTB
(IUIS), sgaxkwmii 3apa3 HazuBaioTh KowmiTeTom
3 BPOJ/IPKEHUX [TOMUJIOK iMyHiTeTy, BijjoMo 330 uit-
kux Hozozorii [11/] i3 mepesniuenumu 320 pisauMmI
reHeTHIHUMHU JieheKkTaMu. 3a JaHuMu YepHUIIo-
Boi JL.I. Ta in., ctranom nHa mouatok 2015 p.
B Ykpaini Bimomo 39 Ho3070TiUHUX dOopM
I11/]. 3a 611BIIICTIO HO30JI0TIH BiMIYa€ThCS 3HAY-
HO MEHIIIa YaCcTOTa PEECTpaIllii MOPiBHIHO 3i CBITO-
Bumu gauumu (Bigr 4 no 10 pazis). Ilpaktuuno
Yy BCiX HOB0JIOTIUHUX (OpMax CIOCTEPITAETHCS
3HaYHa PI3HUISA MiXK YaCTOTOIO HA MTOTOYHE Hace-
sennd # yactoroio Ha 100 000 HOBOHApOMKEHNX
(maitke 10-KkpaTHe TTepeBHINEHHST OCTAHHBOI TIPU
BCIX HOB30JIOTisIX), 10 BigoOpaskae 0COBIUBOCTI
BrokuBaHHs narieHTis i3 111/1, skuM HecBO€YacHO
BCTAHOBUJIM JIIarHO3 1 Mi3HO PO3MOYAIN JIIKYBAaHHSI
[3, 4]. HaBeneni nani 1ie pas mijKpecaioioTh HeJ0-
CTaTHIO HACTOPOKEHICTH JIKAPIB MIOA0 3aXBOPIO-
BaHb IMyHHOI CUCTEMU.

CporoniHi BUALIIIOTE 12 03HAK, 3a HasgBHOCTI
SKUX JIKap Ma€ 3alliJ[03pUTH MEePBUHHUMN iMyHO-
nedinur:

1. Hagswuicts [11/] y uneniB ponunmu.

2. 8 Ta Gijiblle THITHUX OTUTIB IIPOTITOM POKY.

3. 2 rta Oijgble TAKKUX CHHYCUTIB MPOTS-
TOM POKY.

4. 2 Ta OijTbIITe BUTIA/IKIB THEBMOHIi TIPOTSITOM POKY.

5. AxrmbakrepiasibHa Tepamis MPOTITOM
2 ta GisbIne MicsIiB 6e3 edekry.

6. YckiaiHeHHS BHACTIIOK BaKIIMHAILI OCJIa-
6aenrmu BakiHamu (BIK, nosiomieriT).

7. 1lopyieHHs1 TpaBJjieHHd B TEPiojl TPYAHOTO
BIKY.

8. Perausai rim6oKi abciecu MKIpu i M'SIKUX
TKaHUH.
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9. 2 ta Giblie e1i30/iB reHepaizoBaHol iH(peK-
1ii (MEHIiHTIT, OCTEOMI€JIT, CENTUYHUN apTPUT,
eMITiEMa TIJIEBPH, CETICHC).

10. Tlepcucryroua kaHaM103HA THDEKITIA MTKIpH
Ta CJIM30BUX Y JIiTEN BIKOM Bijl 1 poKy.

11. XpoHiuHa peakilisg TpaHCILIAHTAT TTPOTH
XasdiHa.

12. PeruamBHa cucremMHa iH(eKITisi, BUKJIMKaHA
ATUTIOBUME MiKOOAKTEPISIMI.

3a HagBHOCTI 2 Ta Oijblle MnepepaxoBaHUX
O3HaK y TAIllEHTA JIiKapi PeKOMEH/YIOTh MPOUTHU
obcrexxenns st Bukiouenns 1171, Pospobueni
MEeTO/IMYHI PeKOMEeH/Iallii /1J1s JIikapiB i3 1OKa3aH-
HAMU 10 000B'SI3KOBOTO HAllpaBJICHHsI TMalli€HTa
710 IUTSAYoro imyHoJiora pisnux rpym LT [2].

3 BHIIe3a3HAYEHOr0 BHJIHO, IO IPU IE€PCU-
CTYIOUil KaHJUJ03HIN iH(EKIT B JiTell paHHBOTO
BiKy cJuiiji 3amizosputu imynozpedinut. OcKiabku
KaHAWI03Ha 1H(EKINsS HaTeKUTh 0 OMOPTYHi-
CTUYHUX 1H(EKITH, TO BOHA MOKe BUHUKATH TIPH
Pi3HUX IMYHOCYIIPECUBHMX CTaHaX, y TOMY YUCJI
npu [1/[. Hanpuxaaz, mpu KINTUHEUX iMyHOEdI-
[UTaX, BKIOYA0YN TSHKKUNA KOMOIHOBAHMIA IMyHO-
nedinut, npu nedekrax darorurosy, rinep-IgE
cunpomi Ta inmux. Ienye /1, npu sikomy BU3Ha-
Y4aEThCs BUOIPKOBA CXUJBHICTH JI0 KaHIUI03Y.
Takuit I11/] mae Ha3By XpOHIYHUIT IIKIPHO-CJIN30-
Buit kauauao3 (IIICK) [1].

Xponiuauii [IICK xapakTepusyeTbcs CXUIbHI-
CTIO /IO KaHJUJ03HOI iHQEKIi MmKipu, HITTIB
i cimzoBoi obosonku. Xpouiunuii [IICK 1moB's3a-
uuii 3 myTattismu y STAT1 (meperBopioBay curHa-
Jay i akrtuBatop TpaHckpumiiii 1). Bin peryitoe
PEIENTOPH IUTOKIHIB ¥ 6araThbOX THUIAX KJIITHH.
Ommucani 2 Bapiantu myTaiiit STAT1: 3 noruxe-
voio ¢ysxiieio (STAT1 LOF) rta migsuienoio
dynxiieo (STAT1 GOF). /IBi rpynu 10T IHUKIB
He3aJIe’KHO OJTMH Bifl OTHOTO BCTAHOBUJIN TETEPO-
surotnuit STAT1 GOF gk npuunny pedinury
Th17 i ayToCOMHO-IOMIHAHTHOTO KaHIUI03Y
y 2011 p. /lo omui€i 3 Tpyn yBilM aBTOpPU
3 Yxpainu [6, 8]. [loctiiino aktuBoBanuit STAT1
MOJKe 3CYHYTH iMyHHY Biamosingb y 6ik STAT1-
3aJiesKHUX 1HTIOITOPIB iHTepseiikina-17. Myrarii
STAT1 GOF npuBoasats 110 1eeKTHOTO PO3BUTKY
kiaitun  TH17, 3amkenoi mnpoaykmii  [1L-17
i IL-22. I1i nuToKiHM MalOTh BU3HAYA/IbHE 3HAYCHHS
JUISI TIPOTUTPUOKOBOTO 3aXMCTy Bij rpuoKis [6, 8, 10].

[MTamientn 3 STAT1 GOF moxyTb maT pisi
(heroTUTIIYHI TIPOSBYU, BKIIOYAOYN TSKKI peIu-
IuBHI iH(eKii, Tak i 6e3cUuMITOMHUI 1epeOir.
Y piakicHUX BUIa/JKaX MOXe HAaCTYIIUTH CMEPTh
yepe3 JIMCEMIHOBAHY KaHAMIO03HY iH(DEKIIIIO,
CEeIICHC, MHEBMOHII0 60 MIKOTUYHY aHEBPU3MY.
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3 MOMEHTY BUSIBJIEHHS TeT€PO3UTOTHOI MyTallii
nocunenns dynkiii STAT1 (GOF) y 2011 p,
TaKy MYTaIlil0 BCTaHOBJeHO y 274 mallieHTiB
i3 40 kpain. 3a gaHUMU peecTpy Y KpaiHu, 3apeec-
tpoBaHo 2 autunu 3 xponiuauM IICK i3 1ieto
myTaitiero Ta 2 guruau 3 IIICK 6e3 yrouHeHHs
reneTnyHoro fepexty. HaBogmmo HOBUIT BUTIAZIOK
xponiunoro [IICK, BugBnenuii B Ykpaii.

Kniniunuii eunadox. Xnonuux I. Hapoguscst y
tepmin Bix IV Baritrocti 111 mosorie (I BariTHicTh
3aBmepuia, 11 it I11 BariTHOCTI 3akiHumnHCs disio-
JIOTIYHUMU TIOJIOTAMU, Y Pe3yJIbTaTi SKUX HApOIU-
JIUCS IBOE 37I0POBUX [iTell BiKOM 4 i 8 poOKiB).
Maca rina xsmomuuka npu nHapospkenti — 3500 r,
3picT — 52 ¢M, oIliHKa 3a 1mKaaoto Arnrap — 8—9 6a-
JiB. I3 mosioroBoro GyAIMHKY BUNUCAHWIT Ha 3-TIO
no0y. T'pynre BuropoByBanHs — 1m0 1 wicar.
Y Biti 1 Micsib 3aXBOpiB Ha 0OCTPYKTUBHE 3aXBO-
PIOBaHHSI JieTeHb, Yepe3 2 micsri pomanocst 6J1io-
BaHHsL. [lepioruHo 3'aBs/Cs GiIACT MISAME Ha
C/IM30Bill 0OOJIOHIT TTOPOKHUHKU poTa (TpubOKOBeE
ypaxkeHHs). Bigrosi B AUTUHU cHOCTEPiTANNCS
MOCTiNHI peluANBHI 3aXBOPIOBaAHHS JiereHb
y BUTJISIII THEBMOHIT a0 GPOHXITY; GJIIOBAHHS —
Biz 1 10 6 pasis Ha 100y; TaxKKa OLIKOBO-eHepre-
TUYHA HepocTaTHicTh (Maca Tijia — 7600 r); perpec
MOTOPHUX HaBUYOK (XJIOMMYUK TEPECTaB XOAUTH
i morpebyBaB miaATpUMKHY 11py cuiHHi). [Tepiogny-
HO (1 pa3 Ha 2 Mic1li) XJIOMInKa TOCTiTaIi3yBaan
13 3aroCTPEHHSIM CTaHy 3 TAKMMU JliarHO3aMU: TOC-
TpUl 0OCTPYKTUBHMI OPOHXIT;, TMO3aJiKapHIHA
ITHEBMOHI; (DYHKITIOHAJIBHI MTOPYIIEHHS MIIYHKO-
BO-KUIIKOBOTO TpakTy. JIiKyBaHHS CIIpUIO
HOJIIIIEHHIO CTaHy TallieHTa, aje He IPUBONJIO
JI0 KJIIHIKO-1a60paTOPHOI peMicii.

Y Bini 1 pik 3 micdli AUTUHY HapaBUJIN Ha
KOHCYJIBTAIIIIO /10 IMTAYOro iMyHoJiora. Pesyibra-
T OTJISAMY: CTaH TSKKWM, XJTOMUMK HA BUTJIS]
IHTOKCMKOBaHWH, BEPEAJTUBUN, Ma€ AeillUT Barm
(maca tima — 8500 1), Karwisie, y jereHsax 3 060x
GOKiB Kpemneryiodi XpWIH, AWXajdbHa HEIOCTAT-
Hicts I-1I cT., Ha cIM30BII 0GOJIOHIN POTa MACHB-
Hi 6isi HamapyBauHs (MOOUHUIL). J[UTHHY TOC-
miTanizyBanu g0 auatsdoi kmaiHikm 1Y <«ITTAT
imeni akamemika O.M. Jlyk'asnoBoi HAMH Yxkpa-
iHM» 3 giarHo3oM <«llepBunHUIT iMyHOAEMIITUT,
KaH/IU/IO3HUI CTOMATUT, 103aJliKapHsHA ITHEBMO-
Hisl, TSPKKaA GIJIKOBO-eHepreTUYHa HeJlOCTaTHICThY.

Cran muTUHM HA MOMEHT TOCIITAJI3AIll TSK-
KU, 1110 3yMOBJIEHO 1HTOKCUKAI[IHHUM CUHJPO-
MOM, IWXaJbHOIO HEIOCTATHICTIO, BUPAKEHUM
ACTEHIYHUM CHHIPOMOM Ha TJi TSIKKOI OLIKOBO-
enepretuyHoi HegoctatHocTi. IlIkipHi moxpusu
6Jtijti, HaBKOJIO poTa i aHyca OUIACTI TJISIMHU.
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Ha BuaMMUX CJIM30BUX BEJUKa KiJIbKICTb TJISIM
i 6namox 6igoro koabopy. Hocose auxanus
BlipHe. Karesp BoJioruil, 13 He3HAYHOIO KiJIbKi-
CTIO JKOBTO-3€JICHOTO MOKPOTMHHS. 3ajulIKa
3MIIIAHOTO XapaKTepy 3a yYacTiO JOTOMIiXKHOI
MycKyJaarypu. [lepkyTopHo — HaJ| ereHsiMu yKo-
POUYEHHS EPKYTOPHOTO 3BYKY, OiJIbIIl BUpasKeHe
B HIDKHIX BiJIfliJIax TIPaBopy4. AyCKyJIbTaTUBHO —
pisHoKaibGepHi xputu 3 000X OOKIB i KpemiTyroui
B HWJKHIX Bijiztisiax mpaBopyy. JKuBiT pu najbiia-
uii Hebourrounii. Ileuinka 30inmbmena no 3,0 cm,
cenesinka — 10 1,0 cm. Bunoposknenns 1 pas
Ha 2-3 100u, ohopMIIeH], CBITIO-KOPUYHEBOTO
Kosibopy. Iliz yac GakTepiosIoriuHOro AOCHiIKeH-
H4 Pi3HUX JIOKYCIB (IIKipa, 3iB, NIYHOK, KaJI) BUSIB-
JIEHO 3HauHUi picT rpubiB pony Candida; na mas-
Ky-BiZIOUTKY cTpaBoxXony — parmMenTu rpubiB
pony Candida o Bcvomy 1ot 3opy. I1ix yac gocsi-
KEHHS XJIOPU/IIB TI0TY BCTAHOBJIEHO CYMHIiBHI
pesyaptatu (46,7 mexB/m — 41,6 mexB/n),
IIPU TEHETUYHOMY CKPUHIHTY Ha 24-i1 MyTallii reHa
MYKOBICITH/I03Y HE BUSIBJICHO. Y Pe3yJbTaTi KyJib-
TYypaJbHOIO JOCJI/PKEHHSI KPOBI He BHUSBJIEHO
pOCTy MiKpoopraHi3dMmiB. [lepMaTosior BCTaHOBUB
KaH/IUO3HUHM 1HTepTpUTO. 3a pe3yJbTaTaMu
IHCTPYMEHTATIBHUX METO/IB 00CTEKEHHST BCTAHO-
BJICHO TaKe: PEHTIeH OPraHiB IPyJHOI KJITKU —
PEHTTeHKapTHHA XPOHIYHOTO 3aMaJILHOTO ITPoliecy
B JIETeHsIX 3 SBUIAMU TillePITHEBMATO3Y; eJIeKTPO-
KapjiiorpaMa — CHUHYCOBa apuTMis, BiIXWJIEHHSI
€JIEKTPUYHOI OCi BIIPABO, MiJBUIIEHHS OioeseK-
TPUYHOI aKTUBHOCTI TTPABOTO NIJIYHOUYKA, MTOMipHI
oOMiHHI 3miHu B Miokapi; dibpoesodaroracTpo-
JlyoJleHOCKOIisT — pedirtoke e30(arit, KaHan103-
Huit e3odarit I1 cr.; macask Mo NTyHKOBO-KHUIITKO-
BOMY TPaKTy — BUCOKUH NLIYHKOBO-CTPaBOXi/l-
Huil peduioke; OPOHXOCKOIIS — KaTapajibHUN
eHZI00pOHXIT; exokap/iorpadiss — HEIOBHE 3aKPUT-
TSI OBAJbHOTO BiKHA; YIbTPAa3BYKOBE IOCJIIIKEHHS
OpPTaHiB TPYJHOI KJITKU i HUPOK — PEAKTUBHI
3MiHM 3 OOKY HapeHXiMW Ie4iHKM, TKAaHWHU ITijl-
IIIJIYHKOBOI 3aJI03H, CeJIe3iHKU, ITOMipHa rernaToc-
mieHoMeradist, JimMdaneHonarTiss; yabTpa3ByKoBe
Jnocmijpkenass tmmyca — wmaca 9,0 T (Hmopma —
16 1). /I BukItoueHHs crelu@iqyHoTo mporiecy
B JIETEHSAX MPOBEJEHO KOHCYbTaIlito B [HCTUTYTI

drusiarpii Ta myspMoHoJorii — 1poba MaHTy
HeraTtuBHa, AaHi 1mpo Ths-iHdikyBaHHS He BUSABJIE-
Hi. IMyHoJsOTiuHE OOCTEKEHHS — IiABUILEHHS

piBust IgG 13,2 r /1 (nopma — 4,53-9,16 /1), 311-
xkenuss T-mimbonurie CD3+ 48,3% (Hopma —
33-75%), 1752 (nopma — 2100-6200) 3a paxyHOK
T-xeanepis CD3+CD4+ 21,02% (Hopma —
32-51%), 762 (Hopma — 1300-4300). Obcrexen-
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usa Ha BIJI — P24 antigen Ta anti-HIV-antuTina ne
BU3HaYeHi. TakuM YMHOM, BUKJIIOUEHO BTOPUHHUN
iMyHO/IeDIUT. Y AUTUHU /1IarHOCTOBAHO MEPBUH-
Huit imyHozgedinut. /[ yrouHeHHS BapiaHTa reHe-
TUYHOTO JeeKTy 3pasKu KpPOBi Ha/icJaHO Ha
TecTyBaHHs /10 taboparopii «Invitaes (CIITA). ITix
Yac TeHETUYHOTO aHAJi3y BUSBJIEHO T€TEPO3UTOTHY
mytatito migcunenns ¢yukiii (GOF) (c.1154
C&gt; T, p.Thr385Met) y reHi, 1110 Kojry€ MOJIEKYTY
STAT1. I'en STAT1 acortitoeTbest 3 ayTOCOMHO-10-
minanTHuM xporiyauM [T CK, noB'g3anmm i3 iocu-
aennsm ¢yukiii STAT1 (gain-of-function).

Ocnosni Hanpsimu JjikyBanus [11/] — migTpu-
MyBaJIbHA 1 PajiiKaJibHA Teparis. Y pasi TSKKOro
nepebiry 3axBOPIOBaHHSI, SIKE 3aTPOKYE KHUTTIO,
HeoOXi/THa KOPEKIIist 3a 0MOMOTOIO TPAHCTIJIAHTA-
1ii KiCTKOBOTO MO3KY [5, 8].
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