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XPOHI4YHUIA LLIKIPHO-CAIN30BMIA KAHANA03, 260 XPOHIYHNIA reHepanisoBaHnii KaHAMA03 — Lie NEPBUHHUIA KOMGIHOBAHNA IMYHOLEMILNT, WO XapaKTepnu3yeTbes
nepcucTeHLiet0 yHranbHoi iHGheKLji WKipy, CIM30BMX, BUKNNKAETLCA rpubamu pody Candida i 4acTile 3a Bce NPOSBAAETLCA B AUTAYOMY Billi. Tun ycnagky-
BaHHA — ayTOCOMHO-PELLeCUBHNIA Ta @yTOCOMHO-OMIHAHTHWIA, IHKONM — CNOpaguyHi BUNaaKu.

HaBefieHO KNiHIYHWIA BUNAZOK XPOHIYHOIO LLKIPHO-CA30BOr0 KaHAMAO03Y, 06yMoBNeHoro mytauieto reHa STAT1 (GOF) B AMTUHN paHHBOTO BiKY.

BcTaHoBneHo, W0 HACTOPOXKEHICTb NiKapiB 00 KNiHIKO-IMYHOMOrHHUX MapKepiB NepBUHHOMO iMyHOAEILMTY NOKPALLYE PAHHIO [iarHOCTUKY | CIpUAE CBOEYa-
CHill afeKBarTHiii Tepanii, ika nonepem;Kye TAHKKi | HE3BOPOTHI MOPYLLUEHHS. A Lie, CBOEID YEProto, CyTTEBO NOMIMLLYE AKICTb XNTTA XBOPUX i NOAANbLUMIA NPOrHO3
NEePBUHHNX iIMYHOAEILIMTHIAX CTaHIB.

ABTOpU 3a8BAAOTb NPO BiACYTHICTb KOHANIKTY iHTEpeCiB.

Knto4osi cnosa: nepBuHHUI iMyHOZEMILMT, LLKIPHO-CNIN30BUIA KaHAN03, PaHHIi BiK.

Chronic mucocutaneous candidiasis as a nosological form of primary immunodeficiency in children: the case of

mucocutaneous candidiasis in a young child
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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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XPOHUYECKUI KOXHO-CIIN3UCTBIH KaHAUAO03 — HO300TMYEcKan hopmMa NepBUYHOro MMMYHOE(UUUTa Y fETEi.

Cnyqaﬁ KOXHO-C/IU3UCTOro KaHauposay peﬁeHKa PaHHEro Bo3pacTta

O.T. Wagpux', J1.1. YepHbiwosa?, B.B. 3aew’, B.H. ®ucyH', H.I. YymayeHko'

TY «/HCTUTYT neamaTpum, akyLlepcTsa u ruHekonorun umenn akagemuka E.M. Jlykbsinosont HAMH YkpawnHbi», r. Kues
*HaumoHanbHasa MenunHCKas akagemns nocneamniomHoro o6pasosanus umenn M.J1. LWynuka, r. Knes, YkpanHa

XPOHUYECKUI KOXKHO-CIIM3UCTbIN KaHAWA03, UM XPOHUYECKNI reHepan30BaHHbIi KaHANA03 — 3TO NepBUYHbIA KOMOUHUPOBAHHbI UMMYHOAEDULNT, KOTO-
Pblii XapakTepuayeTcs NepcucTeHLmei YHranbHOM MHAEKLN KOXN 1 CIMBNCTBIX, BbI3bIBAETCA rpubamu pofa Candida v Halle BCero NposBnaeTcs B JETCKOM
Bo3pacte. Tun HacnefoBaHNs — ayTOCOMHO-PELIECCUBHbIN 1 @YTOCOMHO-LOMUHATHBIA, MHOTAA — CMOPagu4ecKue cryyau.

[pencTaBneH KNMHUYECKNIA CAyYail XPOHNYECKOTO KOXHO-CIN3NCTOr0 KaHAMA03a y pebeHKa paHHero Bo3pacTa, KOoTopblil 06ycnosneH mytaumeri rea STAT1 (GOF).
YCTaHOBMEHO, YTO HACTOPOXXEHHOCTb BPayei Mo NoBOAY KNNHUKO-UMMYHONOrMYECKUX MapKepoB NepBU4YHOr0 MMMYHOAEMULNTA YNYYLLAET PAHHIOI AUArHOCTU-
Ky 11 Cnoco6CTBYET CBOEBPEMEHHOI afleKBATHO Tepanuu, KoTopasi NpeA0TBPALLALT TAXeNble 1 He0OPaTUMble HApYLLEHNs. A 3T0, B CBOK 04epefb, CYLUECTBEH-
HO MOBbILLAET KA4ECTBO XM3HN BONbHbIX W YIy4LLIAET JanbHEALWA NPOrHO3 NEPBUYHbLIX UMMYHOLEMULMTHBIX COCTOAHMNA.

ABTOpbI 329BNIAKOT 06 OTCYTCTBUN KOHNKTA UHTEPECOB.

Knioyesble cnosa: nepBuyHbIA UMMYHOLEMULNT, KOXKHO-CIN3NCTBIA KaHANA03, PaHHWIA BO3PACT.

l lepBI/IHHi imynogedinutu  (IIIJ[) —
1e TPyTa TSYKKUX TeHeTHYHO JIeTePMiHOBa-
HUX 3aXBOPIOBaHb, 10 A€OIOTYIOTh TE€PEBAKHO

TOPHOTO TPAKTY y BUTJISIAI OPOHXITIB Ta MHEBMO-
Hiil; XpOHIUHI po3saan 3 GOKY ILIYHKOBO-KHUIITKO-
BOrO TPakTy; TIpuUOKOBI ypakeHHS MIKipu

B panHboMy Biti. Xoua 11/ Hanexxars 10 opdan-
HMX 3aXBOPIOBaHb, Mailke KOXKHUU JIiKap MOXKe
sycrpitucs 3 I11/I. OcuoBroto mpobaemoro TT1/1,
4K 1 IHIIINAX PIIKICHUX 3aXBOPIOBAHb, € TiNO/[iarHo-
CTWKa, MO TPU3BOAUTH [0 HEAJEKBATHOTO Ta
HECBOEYACHOTO JIIKYBaHHS. 3HAYHOIO TIEPENTKO-
JIofo € Te, 1o 3a3Buuail cumnromu I11/] Hecrenm-
(biuni. Ilatosoriyni cTaHum MacKyIOTbCS Tif
GaHabHI 1H(EKIIii: penuanBHI ypakeHHsI pecitipa-
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Ta CJIU30BUX; 3aTPUMKY (Pi3MUHOTO PO3BUTKY.
Ilicag Bakmmualil Takux AiTeN JKUBUMU BaKI[MHA-
MU YacTO CIIOCTEPITaeThCsT MiciieBa abo CUCTEMHA
peakirisi. Il yac yabTpasByKOBOrO 0OCTEKEHHSI
BUJIOYKOBOI 3aJI03W BiJIMIUAE€THCS 3MEHIICHHS
il poamipiB (rinmommasis, annaszis). Huspka HacTo-
POKEHICTb MPAKTUKYIOUUX JIIKapiB ITPU3BOJUTH
mo misnboi miarnoctukn I11/]. Bumenepepaxosami
(hakTy CIpUYMHSAIOTH BUCOKUI PiBEHb 1HBAJIiIM3a-
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mii Ta cMeptHOcTi marientiB i3 II1J] yHacmimox
ekl a60 IHIMX YCKIaIHEHD.

Y minomy wactora III/[ y cBiTi cTaHOBUTH
10:100 000 nacesnensnsi, a yacrora okpemux I11]]
Bapiloe B Mexax Big 1:250 mo 1:500 nacenenns
(mampukian, BubGipKoBUi imMyHomedinuT IgA).
B Ykpaini posnouasnu peectpysatu [11J] y 2010 p.
Ha kadeapi auTAYuX iH@eKiHHUX XBOPOO
ta auTstyoi imynostorii HMATIO imewi ITJL. I Tymmxka.
Yacrota ITI/] B Ykpaini cranosuts 1,55:100 000 wHa-
cesenns, To6To Maixke B 10 pasiB MeHma,
IO CBiTYUTH TIPO HEOCTATHIO 1X A1aTHOCTHUKY.

[lepBunHi iMyHOAEDIUTH PO3TIALAAAIOTHCS
JK pigkicHi 3axBopioBaHHsd. AJle, 3a OCTaHHIMH
nocmipxkennamu, IIT/] 3ycrpivaiorhes uactinie,
HIK TPUUHATO BBa)KaTu, JMIIe 3a 1X MIBUIKO
3POCTAIOUOIO KiJIBKICTIO [5]. 32 OCTAaHHBOIO KJIACH-
dikamiero (2017) ekcrneprHoro komitery PID
MixkHapOIHOTrO COI03Y IMYHOJIOTIYUHUX TOBAPUCTB
(IUIS), gxwuit 3apa3 HasmBaoTb KomiTeToM
3 BPO/IKEHUX TIOMUJIOK iMyHiTeTy, Biztomo 330 vit-
kux HozoJioriit I11/] i3 mepenivennmu 320 pisanMm
reHeTHYHUMU fedextamu. 3a ganuMu YepHuro-
Boi JI.I. ta in.,, cranom Ha mouatok 2015 p.
B Ykpaini Bigomo 39 mozomoriynux ¢dopm
ITI/1. 3a 6inbIIiCTIO HO30JI0T1H BiMiYa€ThCS 3HAY-
HO MEeHIIIa 4acToTa peecTpallii HopiBHSIHO 31 CBiTO-
BuMH mannmu (Bix 4 mo 10 paziB). IIpaxTuumo
y BCiX HO30JIOTIYHMX (POpMax CIIOCTEPITAETHCS
3HAUYHA PI3HUIISI Mi’K 4YaCTOTOIO HA MOTOYHE Hace-
sgennsa 1 gactoroio Ha 100 000 HOBOHApPOMKEHUX
(maitke 10-KkpaTHe MepeBUILEHHSI OCTAHHBOI TIPU
BCIX HO30JIOTisIX), MO0 BigoOpaskae 0coOJIMBOCTI
BrokuBanus narienTis i3 [11/], axuM HecBoeuacHo
BCTAHOBWJIU JIIaTHO3 1 TMi3HO PO3MOYAIN JIKyBaHHSI
[3, 4]. HaBeneni nani e pa3 migKpecao0Th He/0-
CTaTHIO HACTOPOYKEHICTh JIKAPiB MO0 3aXBOPIO-
BaHb IMyHHOI CHCTEMHU.

Croroani Bumaiadiorh 12 o3HaK, 3a HASIBHOCTIL
AKUX JIIKap Ma€ 3alli/[03pUTH TIePBUHHUNI iMyHO-
nedinur:

1. Hagsnicte [11/] y wrenis pogmam.

2. 8 Ta Gisibliie THIHUX OTHUTIB TIPOTSATOM POKY.

3. 2 Ta Oinblie TSKKUX CUHYCHTIB IPOTS-
TOM POKY.

4. 2 ta Giibllie BUIAJIKIB THEBMOHII ITPOTSITOM POKY.

5. AnrtmbGakTepiasbHa Tepallis POTITOM
2 Ta Gisbiie MicaiiB 6e3 edexry.

6. YckiamHeHHST BHACIIOK BaKIMHAIL OcJa-
6nennmu BakumHamu (BIDK, momiomiesmir).

7. TlopyIieHHsT TpaBJeHHS B TEPiO TPYIHOTO
BIKY.

8. Peruaushi ran6oki abciecy mKipy i M'SIKUX
TKaHWH.
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9. 2 ta GisbIne emis3o/iB reHepatizoBaHol iHpeK-
1ii (MEHIHTIT, OCTEOMIE€JIT, CENTUYHUI apTPUT,
eMITiEMa TIJIEBPH, CETICHC).

10. Ilepcuctytoua kauuI03HA THMEKIIIS NIKipH
Ta CJIM30BUX Y JIiTel BikOM Bij 1 poky.

11. Xponiuna peaxiligd TpaHCIJIAaHTAT TTPOTH
XasdiHa.

12. PenmauBHa cructeMHa iH(peKITis, BUKINKaHA
ATUITOBUMHU MiKOGAKTEPisIMHU.

3a nasBHOCTI 2 Ta Oijiblile TlepepaxoBaHUX
O3HaK y TIAIliEHTa JIiKapi peKOMEHIYIOTh MPOUTH
obcreskennst st Bukmiouennst [11/]. Pospobuieni
METOJIMYHI PeKOMeH/Iallil /715 JiKapiB i3 MoKa3aH-
HAMU 0 OOOB'SIBKOBOTO HAIPaBJIEHHS MaI[icHTa
JI0 IXTSTI0TO iMyHoJstora pisHux rpy I [2].

3 BUIE3a3HAYEHOTO BUIHO, MO TPU TEPCU-
CTyTOUill KaHAU03HIN iH(EKI] B [iTelt PAaHHBOTO
BiKy cuin 3armigo3putu iMmyHoaedinuT. OcCKiJbKu
KaHAU03HA 1H(MEKIA HaJeXKUTh 0 OMOPTYHi-
CTUYHUX 1HGEKIH, To BOHA MOXe BUHUKATH TIPU
Pi3HMX IMYHOCYNIPECUBHUX CTaHAaX, Y TOMY YMCJIi
mpu [11/]. Hampuksman, mpu kmiTHHHUX iMyHOIEDI-
[UTaX, BKIOYAIOYN TSKKIIT KOMOIHOBaHUI IMyHO-
nedinut, npu gedexrtax daronuTosy, rimep-IgE
cungpomi ta inmmx. [enye [11/], mpu sxomy Bu3Ha-
YaeThesT BUOIPKOBAa CXUJBHICTD 10 KAHAUI03Y.
Taxuii II1/] ma€e Ha3By XPOHIUHUI HIKIPHO-CJIU30-
Buit kKanaumo3 (IIICK) [1].

Xponiuanii [IICK xapakTepuayeThest CXUIIbHI-
CTIO 70 KaHAMI03HOI iHMeKIi MmKipu, HIrTiB
i comsoBoi obosonku. Xporiunuii IIICK nos'siza-
Huii 3 myTarismu y STAT1 (meperBopioBayu curHa-
gy i aktuBaTtop Tpanckpumiiii 1). Bin perysioe
peLenTopy IMUTOKIHIB Yy GaraThbOX THUIAX KJIITHH.
Omnucani 2 Bapiantu mytainiin STAT1: 3 monuxe-
voio dyukiieo (STAT1 LOF) Ta miasumenoio
dynxkiieo (STAT1 GOF). /IBi rpynu 1ociiTHUKIB
He3aJeKHO OJIMH BiJl OJIHOTO BCTAHOBUJIUA T€TEPO-
surotiuit STAT1 GOF gax npuuuny aedinuty
Th17 i ayTocOMHO-ZOMiHAHTHOTO KaHIUIO3Y
y 2011 p. [o oxniei 3 rpyn ysBifinwim aBTOpPHU
3 Yxpainu [6, 8]. [TocTiiino aktuBoBanmii STAT1
MOJKe 3CYHYTH iMyHHY Biamosiap y 6ix STAT1-
3aJIe;KHUX 1HTIOITOPiB iHTepIelikina-17. Myrarii
STAT1 GOF npuBozsts /10 1eheKTHOTO PO3BUTKY
kaitua  TH17, 3uwkenoi mnpoaykimii IL-17
i IL-22. ITi 1iuToKiHT MaloTh BU3HAYA/IbHE 3HAUYEHHST
JUIST IPOTUTPUOKOBOTO 3aXKCTY Bijt rpriOKiB [6, 8, 10].

[Mamientn 3 STAT1 GOF moxyTb mMatu pisHi
GeHoTUTiuHI TPOSBH, BKIIOYAIOUN TSIKKI PerT-
MUBHI iH(MeKIil, Tak i 6e3cuMIITOMHMIT TIepeoir.
Y piAKICHUX BUIIQJIKaX MOXKe HACTYINUTU CMePTh
yepe3 JAUCEMIHOBAHY KaHAWAO3HY iH(MEKIio,
CETICHC, THEBMOHII0 00 MIiKOTHYHY aHEBPHU3MY.
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3 MOMEHTY BUSBJIEHHS TeTEPO3UTOTHOT My TaIlii
nocusienna dynknii STAT1 (GOF) y 2011 p,
TaKy MYTallil0 BCTAHOBJEHO y 274 TMaIli€HTiB
i3 40 kpain. 3a fanuMu peecTpy Y Kpainu, 3apeec-
tpoBano 2 mutuau 3 xporiuauMm I[IICK i3 1ieo
myTarieio ta 2 autuau 3 IIICK 6e3 yrounenHs
regeTuuHoro aedexry. HaBoarmo HOBUIT BUTIAIOK
xponiunoro IICK, Busssenunii B YkpaiHi.

Kniniunuii éunadox. Xnonuux I. Hapoauscst y
tepmin Bif IV Baritaocti 11 mosoris (I BariTHicTb
3aBmepaa, 11 i1 I1I BariTHOCTI 3akiHummmcs ¢izio-
JIOTIYHUMU TIOJIOTaMU, y Pe3yJIbTaTi KX HapO/1-
JIUCS JIBOE 3/IOPOBUX [iTell BikoM 4 1 8 POKiB).
Maca risma xjomunka mpu HapomkeHHi — 3500 T,
3pict — 52 cM, orfinka 3a mkasioio Amrap — 8-9 6a-
qiB. I3 mosoroBoro GyMHKY BUIMCAHMIT HA 3-TIO
no0y. I'pyaHe BuromoByBanHs — 10 1 wmicsiis.
V Bimi 1 Micsiih 3aXBOPiB Ha OOCTPYKTUBHE 3aXBO-
PIOBaHHS JIeTeHb, Yepes3 2 Micsili goaanocss OJIo-
BanHs1. Ilepiogruno 3'aBisincst GiasSCTi ISIMU Ha
CJIM30BIN 0GOJIOHII TTOPOKHUHU poTa (rpuOKOBE
ypakeHHs). BiaTromi B AuTWHU criocTepiraaucs
TOCTIMHI PenuAUBHI 3aXBOPIOBAHHS JIETEHb
y BUIJISAZI TIHEBMOHIT abo OPOHXITY; GJIIOBaHHS —
Biz 1 10 6 pasiB Ha 100y; TsKKa GITKOBO-€Hepre-
TUYHA HeocTaTHicTh (Maca Tijia — 7600 r); perpec
MOTOPHUX HAaBUYOK (XJIOITYUK TIEPECTAB XOIUTHU
i morpeGyBaB miATPUMKY TIpH cuinHi ). [Tepiogmy-
HO (1 pa3 Ha 2 Mic4Ili) XJIOTTYMKA TOCIITaTi3yBaIu
i3 3arOCTPEHHSM CTaHy 3 TAKUMHU J[iarHO3aMU: TOC-
TpHit OOCTPYKTUBHUN OPOHXIT; MO3amikapHsHa
ITHEBMOHIST; DYHKIIIOHAJIbHI TOPYIIEHHS ILJIYHKO-
BO-KHITKOBOTO TpakTy. JIiKyBaHHS CHPUSIO
TIOJIITIIIIEHHIO CTaHy TAIli€HTa, aje He TTPUBOIUIO
10 KJIiHIKO-71a00paTOpHOIL pemicii.

VY i 1 pixk 3 micdri IUTUHY HATpaBUJIA Ha
KOHCYJIBTAIIIIO 10 TATSYOT0 iMyHoJ0Ta. Pe3ysibra-
TU OIJISY: CTaH TSDKKUH, XJIOMYWK Ha BUTJIS]
IHTOKCUKOBAHWH, BepeATUBUI, Ma€ MedillnT Baru
(maca Tisa — 8500 r), Karisi€, y JereHsix 3 060X
OOKIB KpeneTyioui XpWIM, AMXajbHa HeI0CTaT-
nicth I-1I1 cr., Ha caM30Biit 060J0HI POTa MACHB-
ui 6ii HammapyBants (Mostounwuiist). /lutuiy roc-
miTanizyBamu g0 autgdoi kiiHiku Y <«IITAT
imeni akagemika O.M. JIyk'anoBoi HAMH VYxkpa-
iam» 3 miarHo3oMm <«llepBuHHUIT iMyHOMEDITTHT,
KaHUJO03HUN CTOMATHUT, TI03aJliKapHSIHA THEBMO-
HisT, TSKKA O1IKOBO-€HEPreTHYHA HEIOCTATHICThY.

CraH JUTUHU Ha MOMEHT rOCIHTai3aril TsK-
KUM, 10 3yMOBJIEHO IHTOKCHKAIIHHUM CHUH/PO-
MOM, JIMXAJbHOIO HEJIOCTATHICTIO, BUPAKEHUM
ACTEHIYHMM CHHIPOMOM Ha TJIi TSKKOI GiJIKOBO-
efHepreTnunoi HemocTaTHocTi. IIKipHi TOKpUBHU
OJtiti, HABKOJIO poTa ¥ aHyca OiJISICTI TLISIMH.

100

http://med-expert.com.ua

Ha Buzmmux cams3oBUX BeJNKa KiJBKICTh IJISIM
i Gustmok Gimoro xosibopy. HocoBe nuxaHHs
piibHe. Karmesp Bosiornii, i3 HE3HAYHOIO KIJIbKi-
CTIO JKOBTO-3€JIEHOTO MOKDPOTHHHS. 3aJullKa
3MIIIAHOTO XapaKTepy 3a y4acTio JOINOMIiXKHOI
Myckysaatypu. [lepkyTopHo — Haz jleTeHIMU YKO-
POYEHHSI [IEPKYTOPHOTO 3BYKY, OiJIbIll BUpaKeHe
B HIDKHIX Biji/lijiax mpaBopyd. AyCKyJbTaTUBHO —
pisHOKaTiOepHi xputu 3 060X GOKIB i KpemiTyioui
B HMJKHIX BiJ|Ziijiax mipaBopyy. JKUBIT IpH majibla-
uii HeGomoumii. [leuinka 36imbmena go 3,0 oM,
cenesinka — g0 1,0 cm. Bumnopoxuennsi 1 pas
Ha 2-3 mo6u, odopmieHi, CBITIO-KOPUIHEBOTO
kosrbopy. ITix yac 6akTepiosOTIiYHOTO OCTIIKEH-
HA pi3HUX JIOKYCiB (ITKipa, 3B, MIJIYHOK, KaJ) BUSIB-
JIEHO 3HaYHMi picT TpubiB pony Candida; na mas3-
Ky-BiIOUTKY cTpaBoXomy — parMeHT rpubiB
pony Candida o Bcromy toi 30py. ITix yac mocriz-
JKeHHST XJIOPU/IB IIOTY BCTAaHOBJIEHO CYMHiBHI
pesymabTtatu (46,7 MexB/m — 41,6 MekB/x),
IIPU TEHETUYHOMY CKPUHIHTY Ha 24-11 MyTailii reHa
MYKOBICITUI03Y HE BUSBJIEHO. ¥ PE3yJIbTaTi KyJib-
TYpPaJIbHOTO [OCJI/PKEHHS KPOBI He BHUSABJIEHO
POCTY MIiKpOOpraHiamiB. [[epMaroJior BCTAaHOBUB
KaHAWJO3HUU IHTEpTpUro. 3a pe3yJbTaTamMu
IHCTPYMEHTAJILHUX METO/IB 0OCTEKEHHST BCTAHO-
BJIEHO TaKe: PEHTTeH OpPraHiB IPy/AHOI KJIITKU —
PEHTTeHKapTUHA XPOHIYHOTO 3aMaIbHOTO TTPOTIECY
B JIETEHSX 3 SBUIIAMU TillepIIHEBMATO3Y; eJIeKTPO-
KapiorpaMa — CHHYCOBa apUTMisl, BiIXUJIEHHS
eJIEKTPUYHOI OCi BIIPaBO, MiABMINEHHS Oioesek-
TPUYHOI aKTUBHOCTI TIPABOTO MIJIYHOYKA, MOMipHi
oOMiHHI 3MiHKM B Miokap/i; dhibpoesodaroracTpo-
IyosleHOCKoTig — pedioke e3o¢arit, KaHAUI03-
Huii e3ogarit 11 cT.; macax 1mo MIyHKOBO-KUIITKO-
BOMY TPaKTy — BHUCOKHU MITYHKOBO-CTPABOXiJI-
HUN pedurioke; OGPOHXOCKOIIST — KarapaJbHMIA
eHI00POHXIT; exokapaiorpadiss — HElOBHE 3aKPUT-
TS OBJIBHOTO BIKHA; YBTPA3BYKOBE TOCTIIPKEHHS
OpTaHiB TPyAHOI KJIITKU 1 HUPOK — PeaKTUBHI
3MiHM 3 GOKY MapeHXiMH MeYiHKH, TKaHWHK ITijl-
MIJTYHKOBOI 3271031, CEJIe3iHKU, TTOMipHa TemaToc-
ieHomerastisi, JgimazieHonarisi; yabTpa3ByKoOBe
nocaipkeHHs Tumyca — maca 9,0 r (Hopma —
16 r). [lng BUKIOUEHHS CTENMITHOTO MTPOIECy
B JIETEHSAX IPOBe/IEHO KOHCYJbTaIliio B IHCTUTYTI

drusiarpii Ta myabMoHoJorii — mpoba ManTy
HeratuBHa, fadi mpo Tbs-indikyBaHHs He BUSABIE-
Hi. IMyHOJIOriYHE OOCTEKEHHSA — MiABUINECHHS

pisus IgG 13,2 v/a (nopma — 4,53-9,16 r/i1), 3H1-
xerust T-mimdonurie CD3+ 48,3% (Hopma —
53-75%), 1752 (nopma — 2100—6200) 3a paxyHox
T-xenmepis CD3+CD4+ 21,02% (mopma —
32-51%), 762 (1opma — 1300—4300). O6cTexen-
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ug Ha BIJI — P24 antigen ta anti-HIV-anturina ne
BU3HaueHi. TakuM YMHOM, BUKJIFOUEHO BTOPUHHUI
iMyHOZEMITUT. Y AUTUHU [IaTHOCTOBAHO TIEPBUH-
Huli imyHOztedinuT. /L1t yTouHeHHS BapiaHTa reHe-
TUYHOTO JleheKTy 3pa3KW KPOBi HAAICTAHO Ha
TecTyBaHHs 10 JTaboparopii «Invitaes (CIITA). ITix
Yac TEHETUYHOTO aHAJII3y BUSIBJICHO T€TEPO3UTOTHY
myrariio migcuienus dynkiuii (GOF) (c.1154
C&gt; T, p.Thr385Met) y reHi, o KoLY€ MOJIEKYITY
STAT1. I'en STAT1 acortitoeTbcst 3 ayTOCOMHO-I0-
mirgaaTHIM XpoHiunnM [IICK, moB'g3anmM i3 mocu-
aenssimv dynkitii STAT1 (gain-of-function).

OcHoBHi Hanpamu JgikyBanHs 111/ — niarpu-
MyBaJIbHA 1 pajiukabHa Teparisd. Y pasi TSKKOTro
nepebiry 3axXBOPIOBAHHS, SIKE 3arPOKY€E SKUTTIO,
HeoOXiIHA KOPEKIIis 3a JOIMOMOIO0 TpaHCILIaHTa-
1ii KicTKOBOTO MO3KY |5, 8].
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