1" 2026 AW

'.) Check for updates @(9 BY 4.0

DOI 10.25789/YMJ.2026.93.28
YK 616-002.7-036.12-07-053.2.

CnoXXHOCTU AMAarHOCTUKN XPOHUYECKOW rpaHyrieMaTo3HON 60ne3Hn B paHHeM Bo3pacTe
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AHHOTaumsA. B cratbe npeacTaBneH KNMHUYECKWUIA Criydai pefdkoro HacrneacTBEHHOro 3aboneBaHusi — MepBUYHOIO MMMyHopeduumTa —
X-CUenneHHON XPOHWYECKON rpaHynemaTto3Hon 6onesHn. CnoXHOCTb AMarHOCTUMKM 0BycrioBrieHa OTHOCWUTENbHOW peakocTbi 3aboneBaHus,
HM3KOWM HaCTOPOXEHHOCTBIO M HeJOCTAaTO4YHON MHPOPMUPOBAHHOCTLIO NeanaTpoB B 06NacT NEPBUYHBIX MMMYHOOEMUUMUTHBIX COCTOSIHUIA, He-
[OOLIEHKON 3HAYUMMOCTW KIUHUYECKUX OaHHbIX, OTCYTCTBMEM crneumndunyeckmx nabopaTopHbiXx MapkepoB MMMyHoaeduumuTa, Heo6XoanMoCTbo
NPUMEHEHNS1 COBPEMEHHOW MONEKYNSPHO-TEHETUYECKON AMarHoCTUKN. [03aHAS AnarHocTrka n Tsxkenoe TedeHve 3abonesaHus TpebyoT MHoro-
KOMMOHEHTHOTO NeYEHUs], 3HAaUYMTENbHO CHMXKAIOT KAaYeCTBO M NPOAOIKUTENbHOCTb XXMU3HM AETEN paHHEro Bo3pacTa.

KnioueBble cnoBa: nepBuYHbIA MMMYHOOEMUUNT, BPOXKAEHHbIE AedekTbl MMMYHUTETA, XpPOHMYECKasi rpaHyneMaTo3Hasi 6onesHb, MyTauum
reHa, X-cuenneHHon HacnegosaHne

Abstract. This article presents a clinical case of a rare hereditary disease — primary immunodeficiency — X-linked chronic granulomatous dis-
ease. The complexity of diagnosis is due to the relatively low prevalence of the disease in the population, low awareness and insufficient awareness
among pediatricians regarding primary immunodeficiency conditions, an underestimation of the significance of clinical data, the lack of specific
laboratory markers for immunodeficiency, and the need for modern molecular genetic diagnostics. Late diagnosis and severe disease progression

require multifaceted treatment, significantly reducing the quality of life and life expectancy of young children.
Keywords: primary immunodeficiency, chronic granulomatous disease, gene mutations, X-linked inheritance.
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BBepgeHune. BpoxaeHHble pedekTbl
ummyHuteta (BOW), KoTopble paHblue
Ha3blBaN1Cb MNEPBUYHBIMU UMMYHOAE-
duumtammn (MAO) [1], BONpekn pacnpo-
CTPAHEHHOMY MHEHUIO He SABNATCA
penKocTbio, BeAb peakue 6onesHn Tako-
Bbl 10 TEX MOP, NMOKa Mbl O HNX HE 3HAEM.
Kak npaBuno, HavanbHble MNpOsIBNEHUSA
NOSIBNSANTCS YK€ Ha NEPBOM IOy XXWU3HU
pebeHka n TpebylT crneunannavpoBaH-
HOMO «MEAMLMHCKOrO MEeHEemKMeEHTay.
OpHako HegocTaTodHas OCBEOOMIIEH-
HOCTb CMeunanucToB, KIMHUYECKUA MO-
nMMopdu3M 1 OTCyTCTBME cneumdurye-
CKUX KITMHWYECKMX MapKepoB BedyT K
rmnogmnarHoctuke BOW [2]. ExerogHas
poxgaemoctb aeten ¢ BOW B Poccun
cocTaBnsieT He meHee 1 Ha 16-17 ThiC.
HOBOPOXAEHHbIX [3, 4]. PernoHanbHble
3NMAEMUONOINMYECKNE  [OaHHbIe  MOryT
3Ha4YMMO pasnuyatbCs B 3aBUCUMOCTU
OT COUManbHO-3KOHOMUYECKNX BO3MOX-
HOCTEW TEPPUTOPUN, YPOBHS MEOULIMHbI
N KayecTBa OKa3aHWs MELMLMHCKOW Mo-
MOLLIN.

MepBble 3aboneBaHust U3 aToun rpyn-
nbl 6N onncanbl B 1960-x IT., a knac-
cudmkaumsa coctosina Bcero u3 7 Hau-
MEHOBaHW. [NaBHbIM  MNpPOSiBNEHNEM
BOW v3HayanbHO cuMTanucb TshKenble,

Hepeako cmepTenbHble uHdekumn. C
NosIBNIEHMEM U COBEPLUEHCTBOBAHNEM
reHEeTUYECKMX AMArHOCTUYECKUX METO-
[0B ObiNy onucaHbl HOBbIE FEHOTUMbI U
deHoTunbl BOW ¢ Takumu nposiBNeHu-
SIMU, KaK ayTOUMMYHHbIEe U pegkue/aTu-
MMYHbIE OHKOMOrMyeckue 3aboneBaHus,
Tskenble OpMbl  anneprum u nosxe
ayToBOCMarneHne 1 annasvsi KpoBEeTBO-
peHusa [5]. B knaccucukaumm BOW Ha
2024 1. ecTb gaHHble 0 559 anarHosax u
511 reHe, AedeKTbl KOTOPbIX NPUBOASAT K
pasnuyHbIM ayToBOCMANUTENbHbIM CUH-
OpoMam 1 MpoYMM BPOXAEHHbIM OLWNnG-
KaM MMMYHWUTETA; OHW Moapasnensitorca
Ha 10 rpynn B 3aBUCMMOCTU OT OCHOBHO-
ro UMMYHOITOTMYECKOro naToMexaHuama
[3]. BBeageHnne c 2023 r. paclunMpeHHOro
HeOHaTanbHOrO CKPWMHWHIa MoBbIWIAET
BEPOATHOCTb  [OKIMHMYECKOW OuarHo-
CTUKM TonbKo HekoTopbix (D80-84) BOU
[6], koTopas meTogom lLIP B peanbHOM
BPEMEHU [Ms1 ONpefernieHns mMapkepos
T- n B-knetoyHoro numdonoasa (TREC
n KREC), HO onsa TouHOro guarHosa Tpe-
OyeTcd UMMYHOMEHOTUNMPOBaHME Me-
TOOOM MPOTOYHOW LMTOMETPUM C Mocrne-
OYIOWUM  MONEKYNSAPHO-TEHETUYECKUM
nccnefoBaHveM.

OpHum 13 BapuaHtoB BOW, ans ko-
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TOpbIX B cuny ocobeHHOCTN naTtoreHesa
TEXHUYECKN He OCYLLECTBNSETCA HEeoHa-
TanbHbIN CKPVHWHE, SBNSETCA XPOHWYe-
ckasi rpaHynemarosHas 6onesHb (XI'B).
3abonesaemocTb pasnuyHbIMU opma-
mn XI'b konebnetca ot 1:1 000 000 go
1:250 000 Hacenenusa (1 Ha 200 000—
250 000 >xuBbIX HOBOPOXOEHHBLIX) [7],
BCTPEYaeTcs C OTHOCUTENbHO  paBHOM
4acTOTOW y MpefcTaBuTenen Bcex aTHU-
Yyeckux rpynn [8].

XI'B — aT0 HacneacTBeHHoe 3abo-
neBaHne 13 reHeTUYeCKU reTeporeHHon
rpynnel BOW, cBA3aHHbIX C HapyLleHu-
em OakTepuumaHon yHKUMM daroum-
TOB B pesynsrate pasnuyHbIX AedekToB
depmeHTa  HUKOTMHaMUAAOEHUH-OVHY-
kneotuadocdartokecngassl — NADPH-
okcmaasbl. edekTbl B 1l060M U3 reHoB,
kogupyrowmx 5 cybbeanHmy NADPH-
oKcuaasbl, NPUBOAAT K CHIDKEHUIO ee
aKTMBHOCTUW, 3aMefIeHN0 peakLuun BOC-
CTaHOBIEHMSA MOIMNEKYIAPHOro KUCNOpo-
ha [0 cynepokcuaHoro pagukana, 4to
obycnaenvBaeT nageHne KUnnvHra Mu-
KpoopraHuamoB B npouecce arountosa
BO BCeX KrieTkax muenougHoro psaa [5].
B pesynbrate OTCYTCTBUS UM HU3KOWN aK-
TUBHOCTW «KWUCIOPOAHOro B3pbiBay bak-
Tepun n rpubbl, NOMMOLLEHHbIE HEWTPO-
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dvnamu, NpoaomKaT BHYTPUKIETOHHO
pasMHOXaTbCs, YTO CMOCOOCTBYET pe-
UMOMBUPOBAHMIO WM TreHepanu3auum WH-
dekummn, CKOMMEHNI0 MMMYHHbIX KIETOK
B MecCTax MHULMPOBaAHUA 1 o4arax BoC-
naneHusi, hoOpMUPOBaHNIO XPOHNUYECKOTO
rpaHynemMaTo3HOro npouecca B opraHax,
KOHTaKTMPYIOLLMX C BHELLHeWn cpeaon [5].
MHOXeCTBEHHbIE TpaHyriemMaTo3Hble Mo-
pPaXeHWs1 BO3HUKAKOT B JIETKMX, MEYEHMU,
numdoyanax, XKEnyao4HO-KNLLEYHOM
1 Mmovenonosom Tpaktax [9, 10].

Haunbonee yactaa X-cuenneHHas
dopma XI'b (6onee 60% cny4aes XI'B)
obycrnoBneHa MonekynsipHbIM - aedek-
ToM B reHe CYBB (Xp21.1-p11.4), co-
cTosileM 13 13 9K30HOB 1 KoAMPYOLLEM
cybbeguHmuy gp91phox. MyTtaummu pac-
npegeneHbl NoYTU PaBHOMEPHO Ha BCEM
npotspkeHum reHa CYBB. Pexe BcTpeva-
IOTCS1 @yTOCOMHO-pPeLeCCUBHblE (DOPMbI
XI'B, obycnoBneHHble MyTauusMu B re-
Hax NCF1, NCF2 n CYBA, kogupymoLimx
6enkn p47phox, p67phox nnu p22phox,
COOTBETCTBEHHO [11].

MaunenTbl ¢ BOW sBnsoTCS CnoXHbI-
MW B AVArHOCTUKE U NEYEHUN, MOCKONbKY
Yy HUX HEpPeaKo MMEeeT MEeCTO CoyeTaHue
NHMEKLMOHHON NPeapacnonoXeHHOCTH
N ayToMMMYyHHOW narornoruun. Mpusoamm
KIMHUYECKMI NPUMEP TSXKENOro TeYeHus
X-cuenneHHon dopmbl XI'B, noareepx-
OEeHHOM MOMEKYNSPHO-reHETUYECKNM
aHanu3oM, y Maneduka 1-ro roga xusHu.

OnucaHuMe KIMHUYECKOro criyyas.
Manb4uk OT Matepy C  OTArOLEHHbIM
akyLlepckum aHamHe3oM (1 OGepemeH-
HoCcTb B 19 meT — 3amepluas Ha Cpoke
9 Hepenb, 2 GepemeHHocTb B 20 net
— npepbiBaHWe Ha cpoke 25 Hepenb
BCNEACTBME MOPOKOB pasBUTUS NNoaa;
3 GepeMeHHOCTb — 300poBast 4EBOYKA);
y oTua pebeHka B npegpblgyliemMm Gpake
— 2 3amepumx 6epeMeHHOCTH, XXMBbIX
neten He 6bino. PoxaeH ot 4 6epemeH-
HOCTU, NPOTeKaBLLEen Ha (POHe KOKNoLwa,
BTOPbIX MPEXAEBPEMEHHbIX POAOB  Ha
36 Hepene nytem 3KCTPEHHOW onepa-
uun KecapeBa ceveHusi. Macca npu pox-
neHnm 2720 1, poct 48 cm. Ha rpyaHom
BCkapMmnuBaHum o 1 mecsaua. Npusut
B pogmnome (BLPK, renatut B). Tybep-
Kynes, BeHepudeckue 3aboneBaHus B
cembe oTpuuanu. Pesynstar paclumMpeH-
HOrO HeOoHaTanbHOIO CKPWHWHIA OTpU-
uatenbHbIi. B HeoHaTanbHOM nepuoge
nepeHec 3HTEepPOKOmNUT, OOYCrOBMEHHbIN
YCNOBHO nartoreHHow cnopow. [locne
nepBoro Mecsila >usHn pebeHok Heopn-
HOKpaTHO rocnMTanu3npoBarncs B cTauu-
OHap C BOCManuTenbHbIMU MpoLeccamm
pPasnNMYHON 3TMOMOTUM W NOKanusauuu:
B OKTA6pe 2023 r. — kuwevHas UHMEK-
LumMs, aHTEepUT, BbI3BaHHbIN Enterobacter
cloacae, cpegHel CTENEHN TSHKECTU, TOK-

CMKO3 C 9KCMKO30M 1 cTeneHu; B HosiOpe
2023 1. — OCTpbIV NOAKOXHbIN Napanpok-
TnT, B Aekabpe 2023 r. — poTaBnpPyCHbIN
3HTEPOKOINUT, CPeAHEN CTEMNEHN TSXKECTU
C 3KCMKO30M 2 CTEerneHu; aHeMus NErkon
crtenenun, B deBpane 2024 r. — ocTpbIn
NMOAKOXHBIN MapanpokTuT crnesa (one-
pupoBaH, BCKpbITUE THOWHOro napa-
npokTuTa).

B nepwuog rocnutanusauumn B anperne-
Mae 2024 r. BnepBble OOKYMEHTMpOBa-
Ha reHepanu3oBaHHas OakTepuanbHas
WH(EKUNS: raCTPOSHTEPUT, MHEBMOHUS,
€BCTaxeuT [ABYCTOPOHHWI, MOQ03peHne
Ha crneunduryeckMn MNpouecc MeseHTe-
puanbHbIX numdoyanos. 3abonesaHue
npoTeKkano CO CTOMKOM eXeOHEBHOW
ebpunbHOM NUXOPaaKon, MHGEKLNOH-
HbI MPOLIECC COMPOBOXAANCS TSXKENown
aHemuewn. [pu npoBegeHMM KOMMIEKC-
Horo ofbcrnefoBaHust B MueniorpaMve
BbISIBITIEHbI MPU3HAKMW  MHAEKLMOHHOTO
GakTepuanbHOro npolecca, WCKIHYEHbI
3rio0Ka4ecTBeHHOe 3aboneBaHue KpoBM,
BUY-uHdpekuns, renatutel B n C. Mo KT
BCEro Terna: CpeaHuin OTUT Cnpaga; MHeB-
MOHMVS B BEpXHeW Jone crnpasa C OTpu-
LaTenbHON AMHAMKKOM 3a CYET yBenuye-
HUs obbema nopakeHusl; MHEBMOMJIEB-
podnbpo3 B S1-2,6,10 nesoro nerkoro;
BHYTpMOpIOLWHasa numdoageHonatms co
CTPYKTYPHbIMU WM3MEHEHUSIMU Me3eHTe-
puanbHbIX numdoy3nos (bonee BeposT-
HO creundryeckon aTMoNornn); Nnaxoaas
numdoaneHonatns (bonee BeposATHO
cneuundmyeckon atmonorun). Pesynbrat
UMMYHOrpamMmMbl  NaTONOMMYECKUX  U3-
MEHEHWI B 3BEHbAX KIETOYHOIO U ryMo-
panbHOro MMMYyHUTETa He BbisiBUN. Pe-
synbraTt TREC n KREC natonornyeckmx
N3MEHEHU MMyHUTETa He BbisiBun. Ma-
LUMEHT OUCTAHLUMOHHO KOHCYMNbTUPOBaH B
OBy «HMUL, Oron vm. Omutpus Po-
rayeBay, Nofy4yeHoO 3akrioyveHue: Kpau-
He BbICOKO BeposiTeH guarHo3 «MAOC
— XpOHMYeckas rpaHyrnemato3Hasi 6o-
nesHb». PekomeHOoOBaHO npoBedeHue
MOMEKYNSIPHO-reHETUYECKOrO  UCCNEeNo-
BaHUSA MOMHbIM CEKBEHMPOBAHWEM MO
CaHrepy reHa CYBB, MNMUP-guarHoctuka
buonTatoB NMMEOY3NoB AnA UCKIoYe-
HUS aTUNU4YHOrO MukoGakTepuosa (Bak-
UMHanbHbI wtamm M.bovis). YuntbiBas
aHamHe3 3abonesaHus (HEO4HOKPaTHble
bakTepuanbHble UHPEKLNN, NHBOSOLIMIO
py6ua B mecTte BBeaeHus BCG, Hannune
YBEMUYEHHOTO MOAMbILLEYHOrO NMMAO-
y3na crnesa, nuMdageHnT BHyTpUOpHoLL-
HbIX NuMdoy3noB), dTn3naTpom 6Obino
3anofo3peHo Hannyne Bo3aMoxxHon BCG-
reHepann3oBaHHOW WHdEKuUn, HasHa-
YyeHa MaccuBHasi aHTMbakTepuanbHas
Tepanus (UN3oHnasua, PudamnuumH, Jle-
BodpnokcaumH, AmwukauuH). lNMpoBegeHa
buoncua meseHTepuanbHOro nMMdOoy3-

na c uenblo UCKIYeHns obpasoBaHui
OPpIOLLHON MOMOCTM, UCKMYeHus Tybep-
Kynesa nuMmdarnyeckmx ysrnoB — MOp-
donornyeckasi kapTuMHa, XapakTepHas
ONst  rpaHyrnemMaTo3HO-HEKPOTUYECKOro
numdageHnTa, CBA3aHHOTO C BbIPAXEH-
HbIM uMMyHogeduumTom. Ha 13 cyT
nocrne onepaumm OUOMNCUM  YCUIUITUCH
CMMMNTOMbI MHTOKCMKALMKN: MOsIBUNACh
MHOroKpaTHasi pBoTa, rmneptepMusa Oo
39°C, oTkas oT efbl, B CBA3WU C YeM 3aro-
[O3PEH MEHWHroaHuedanuT cneundu-
yeckon (TybepkynesHoun) atuonoruun. B
aHanu3e CMUHHO-MO3rOBOM XUOKOCTU OT
01.06.2024 — unto3 1584 knetkn, Hewn-
Tpodhmnos 954, numdoumTos 630; Genok
1,7 r/n, rmioko3a 2 MMOnb/N, Xnopuabl
113 MMonb/n, B NMWKBOPHOW MreHke —
NMNOTHBIN OCafoK C napumanbHbIM re-
MOpparMyeckMMm okpalumBaHmem. B aToT
nepuvog naumeHT nomny4yan aHTnbakrepu-
anbHy Tepanuio: ammkauuH 130 mr x
1 p/g B/B, n3onmasng 150 mr no 1/2 Tab x
1 p/g ytpom, pucdamnuumH 150 mr no 1/2
Tab x 1 p/g ytpom, nesocnokcauuH 250
mr no 1/4 Tab x 1 p/g Beyepom ( nopelue-
HMIO Bpa4vyebHOM KoMUCUK), aMOKCULIMIT-
nVH +KnasynaHoBas kucnorta 200 mr x 3
p/o B/B. Ha dhoHe npoBoanmon Tepanum
COCTOSIHME OCTaBarnoCb TSXKENbIM, YTO
00yCrnoBneHo TeYEeHWEM MEHMHIO3HLe-
danuTta. Mo Y3 OprowHon nonoctu ot
03.06.2024 - BbIpaxkeHHas renartocnne-
HOMeranusi, runepnnasvs BHyTpUOpHoLL-
HbIX NMMMdOoy3noB. B nmmyHorpamme ot
03.06.2024 nokasaTenu KMeTovyHOro u
ryMopasnbHOro 3BeHa MMMYHUTETa OcTa-
Banucb B Mpefenax HopMaribHbIX BO3-
pacTHbIX 3Ha4YeHui. o peHTreHorpamme
rPYAHOW KNeTKn OTMevanochb paspelle-
HME MHEBMOHMU; MO HENPOCOHOrpam-
M€ COXPaHSINMCb MPU3HAaKM MEHUHIUTA,
BblpaXeHHas aunataunsi BHYTPEHHUX
TNIMKBOPHbIX MPOCTPAHCTB W LIMCTEPHBI
npomexyToyHoro napyca. CoBMeCTHO
Cc dTusmatpom npoBefeHa KOppeKuMs
003 NpOTMBOTYOEpKYyNésHbIX npenapa-
TOB cornacHo depeparnbHbIM KIMHUYE-
CKUM peKoOMeHZauusM Mno AMarHoCTUKe
N NeYeHnto TyGepKynésHoro MeHuHruTa
y oeten, 2015 r. C 04.06.2024 otmeyeHa
oTpyuaTenbHaa AMHaMUKa MO aHanusy
NMKBOpa: HapacTaHue umTo3a fo 2124
KNeTok n numdounTtoB Ao 1818 knetok,
HenTpodunbl 306, CHUXKEHUS XNOPUAOB -
94 mmonb/n 1 rnwko3bl — 0,76 MMonb/1,
6enok 1,9 r/n; NMUP nuksopa 1 MOKpOTbI
Ha MuKkobakTeputo Tybepkynesa — oOT-
puvuatencHein  pesynerar, 07.06.2024
B nukBope ob6HapyxeHa [OHK Bupyca
OnuwrTevH-bappa ¥ unTOMeranoBsupyca.
JlTaBopaTopHble U WHCTpyMEHTanbHble
uccrnefoBaHns B rnocregyolee Bpems
oTpaxanu OTpULATENbHY AMHAMUKY
B COCTOSIHUM NauWeHTa, HEeCMOTpsl Ha



MacCUBHYI aHTubakTepuarnbHyto, npo-
TMBOrpMOKOBYIO Tepanuio, npoBedeHue
UMMYHOTEpPANUU BHYTPUBEHHBIM UMMY-
HOrMoOyMMHOM.

CocTosiHMe naumeHTa nporpeccuBHO
yXydLlanocb 3a CYeT reHepanvM3oBaHHO-
ro  WHMEKUMOHHOro BUPYCHO-bakTepu-
anbHoOro npouecca, NpUcoeanHeHUs no-
NMOPraHHOW HedocTaToyHOCTU. 3a Bpe-
Msi rocnuTanusauum pebeHok nomnyyun
NPOTMBOBMPYCHYIO Tepanuio: BUMEPOH
150 TbIC. X 2 p/cyT, aumknosup B/B 10 mr/
kr x 3 p/cyT; aHTubakTepuanbHy Tepa-
nuto: n3oHunasug 20 mr/kr/cyT, pucdamnu-
umH 150 mr 1 p/a B/B, nesBodnokcaunH 15
Mr/kr/cyT B/B kanenbHo, meponeHem 40
Mr/kr x 3 p/4 B/B KanenbHo 3a 3 4, amuka-
uuH 15 mr/cyTkn B/B, NPOTMBOrPUOKOBYHO
Tepanuto: cnykoHason 10 mr/kr/cyT B/B,
BapukoHason 6 wmr/kr/cyt 1 p/a B/B; Oek-
cameTtasoH 10 mr/m? B cyT, doypocemns
1 mr/kr x 1 p/g B/B, TpaHcdy3uo anbby-
MWHa YernoBeYecKoro, BBeAEHUE UMMY-
Horno6ynuHa 0,5 r/kr, npenaparbl KPoBU
(cBexxe3aMopoxeHHas nnasma). Hecmo-
TpS Ha NpPOBOAMMYIO Tepanut, B BO3-
pacte 9 MecsiLeB HacTynun neTanbHbIA
ucxod. [lpu naTtonoro-aHaTOMU4EeCKOM
nccnefoBaHnM  Mopdornornyeckn  6uin
NOATBEPXKAEH MepBUYHbIN TyOepKynés B
cTagumn nporpeccupoBaHns (MO KIUHK-
KO-PEHTreHOMNOrM4ecknm, BGakTeprocKo-
NMUYECKUM W TUCTONOMMYECKUM AaHHbIM),
KOTOpbIV XapaKkTepu3oBarncsi ToTanbHbIM
Ka3e03HbIM HEKPO30OM Me3eHTepuarnbHbIX
nMMadOoy3noBs, NMMAOY3noB KOpHS 6pbl-
XeNkn ¢ hopMUPOBaHMEM OTCEBOB MO
Cepo3HOM 060M0YKe TOHKOrO M TONCTOro
KMLLEYHMKA, CO creunduyeckum nopa-
XKEHNEM LLUENHBIX, BHYTPUIPYOHbIX, Napa-
aopTanbHbIX, NapakaBasibHbIX, MNaxoBbIX
N nepeaHeakCUmmspHbIX NMMAOY3mnoB,
pa3sutnem TybepkynesHoro 6Gasvnnap-
HOr0 MEHUWHIMTa Ha YOHE BPOXAEHHOIO
MMMyHoZeduUMTa, «XPOHUYECKOW rpa-
HyremMaTo3Hon ©6onesHu» C TKaHeBOW
avicnnasven TMMyca, YMEPEHHO Bblpa-
YKEHHOW runonnasven Kopbl Hagmnoyeu-
HUKOB.

MocTmopTanbHO Gbinu Nony4YeHbl pe-
3ynsTatbl  MOMEKYNsPHO-TEHETUYECKOrO
uccnenosanuns (MLPA, Habop 3oHOoB
MRC-Holland SALSA MLPA Probemix
P454-A1 CGD) ayTtoncuiHoro matepu-
ana (napadvHoBbIX GMOKOB) — BbIsiBME-
Ha geneums 4-13 ak3oHoB reHa CYBB B
reM1U3nroTHOM COCTOsiHMM. Takmm obpa-
30oM, 6bin noateepxaeH AuarHos: [lep-
BUYHBIA MMMYHOOEMULNT: XpPOHUYECKas
rpaHynemartosHas 6onesHb.

B paHHOM cny4vae vmMena Mecto paH-
HA8 MaHudecTaums 3aboneBaHus B
BMAE  MH(PEKLMOHHO-BOCNANUTENbHbIX
npoLeccoB pazHoobpasHoW 3TMonornm u
nokanusauum, reHepanusauns BUPYCHO-

GakTepuanbHom MHdekunn, cneundmnde-
CKOTO MHMEKLMOHHOrO npouecca C He-
YKIMOHHO MPOrpeccupyowuM TeyeHueMm,
OpMMPOBaHNEM TSHXKENOW NonmopraH-
HOW MaTornorumn, 4To 0ByCnoBUNO HEBO3-
MOXHOCTb  BbIMOIIHEHUSI TpaHCMaHTa-
LM KOCTHOTO MO3ra Unu TpaHChnaHTa-
LM CTBOJIOBbIX KIETOK.

3akntoveHue. [peacTaBneHHbI Knn-
HUYECKNI CriyYart AeMOHCTpUpPYeT Heob-
XOOMMOCTb PaHHEro KOMMIEeKCHOro nog-
X04a B OLEHKE MOSIMCUCTEMHOW KITMHU-
YeckoW CMMNTOMAaTMKM B BUAE peunau-
BMPYIOLLMX BOCNANMTENbHbIX MPOLIECCOB
y OeTel paHHero Bo3pacTa, HecMoTpsi
Ha oTpuuaTenbHble pesynsTaTthl pac-
LUMPEHHOTO HEOHaTanbHOIO CKPUHWHIA,
HOpMarnbHble MokasaTtenu MMMYyHOrpam-
Mbl, ypoBHu TREC 1 KREC, a yuntbiBas
X-CUEnneHHbIN XxapakTep HacnegoBaHus
HekoTopbix BOW, aT0 0COGEHHO BaXkHO
Yy Marnb4uKoB.

PaHHss gmarHocTuka 3abonesaHus
naet 90% BEpPOATHOCTb M3NeYeHns ¢ no-
mowbto TKM/TICK [2]. Mo gaHHbIM 3KC-
neptoB HASMW[, xopowne pesynsrathbl
nokasbIiBaeT Tepanusi rpaHyrnemMaTo3HbIX
OCIOXHEHWI C NCMoMNb30BaHNeM NUHIMou-
TopaX WUIN1 anakuHpsl [1]. Kpome Toro, B
oTAroweHHbIx no BAW cembsix cTaHOBUT-
Csl pearnbHOW TakTMKa npodunakTmye-
CKOro pernpoayKTMBHOro noBeAeHus Ansi
poxaeHus 3gopoBoro pebeHka. C aton
Luenblo pekomeHayetca obcnemoBaHue
Matepu (Mpu nocnegyowmx GepemeH-
HOCTSIX) U MWL, )XEHCKOro nosa no fvHuUm
MaTepy Ha HOCUTEMbCTBO MyTauuu (B
OaHHon cembe Aeneumsa 4—13 3K30HOB)
B reHe CYBB. B cnyyae BbIiBNEeHNUsi HO-
CUTENbCTBA PEKOMEHOOBaHbLI BCMIOMOra-
TenbHble PENPOAYKTUBHbBIE TEXHOMOMMM:
OKO c¢ npeumnnaHTaumoHHOW AuarHo-
CTMKOWN UNW NpeHaTanbHas aAvarHocTuka
B 1-2 Tpumectpe 6epemeHHocTU. HoBo-
POXAEHHbIM MarnbsyMKam B TaKMX Cryyasix
NPOTUBOMOKAa3aHO NpoBedeHMEe BaKUW-
Hauun BLIK ¢ uenbto npepoTtBpalleHns
passutns BLPK nHdekumn.

JNlutepatypa

1. MyxuHa A.A., KysbmeHko H.B., PoguHa
l0.A., lOxaueBa [O.B., n gp. BpoxaeHHble ae-
dekTbl MUMMyHUTETa. B3rnsg Ha npobnemy B
2025 ropy. Meduampusi ce2odHs. 2025; 2 (42):
1-2.  URL: www.medvedomosti.media/pedia-
try(15.09.2025) / Mukhina A.A., Kuzmenko N.B.,
Rodina Yu.A., Yukhacheva D.V., et al. Congen-
ital Immunity Defects: A Look at the Problem
in 2025. Pediatrics Today. 2025; 2 (42): 1-2 (In
Russian). URL: www.medvedomosti.media/pedi-
atry(15.09.2025).

2. CepwmsarnHa W.I., 3abHeHkoBa B.B., Lla-
mHa O.A., MNonskoe A.B. [AHK-guarHoctuka
X-cuenneHHomn XPOHUYECKON rpaHynema-
TO3HOW GonesHn. MeduuuHckasi 2eHemu-
ka. 2019; 18(4):47-51 DOI: 10.25557/2073-
7998.2019.04.47-51 /| Sermyagina 1.G., Zab-

v YW L

nenkova V.V., Shchagina O.A., Polyakov A.V.
DNA Diagnostics of X-Linked Chronic Gran-
ulomatous Disease. Medical Genetics. 2019;
18(4):47-51 (In Russian). DOI: 10.25557/2073-
7998.2019.04.47-51

3. bypnyukas A.B., CtatoBa A.B., CaBenbe-
Ba H.B., Tpunb B.E. n ap. Knunnyeckue cnyyamn
nepBUYHbIX MMMyHOAeDULUTOB y AeTein. Mexdy-
HapOoOHbIU Hay4YHO-uccriedosamesbCKull XypHarl.
Ne 5 (143): 1-7. DOI: https://doi.org/10.60797/
IRJ.2024.143.97 / Burlutskaya A.V., Statova A.V.,
Savelyeva N.V,, Tril V.E., et al. Clinical Cases
of Primary Immunodeficiencies in Children. In-
ternational Research Journal. No. 5 (143): 1-7
(In  Russian). DOI: https://doi.org/10.60797/
IRJ.2024.143.97

4. Marciano B.E., Spalding C., Fitzgerald A.,
et al. Common severe infections in chronic gran-
ulomatous disease. Clin Infect Dis. 2015 Apr 15;
60 (8): 1176-83.

5. Kanangaposa A.H., XXvemypatosa K., Vc-
maunosa A.A., MatkapumoBa A.A. KnuHuyeckne
N 3NUAeMuonornyeckme acnekTbl MNepBUYHbIX
nMmyHopeduumToB B Pecnybnuke Kapakannak-
cTaH. Pocculickuli UMMyHOmo2u4yeckull XypHar.
2024; 27(3): 567-572. doi: 10.46235/1028-7221-
16883-CAE./ Kalandarova A.N., Zhiemuratova
G.K., Ismailova A.A., Matkarimova A.A. Clinical
and epidemiological aspects of primary immuno-
deficiencies in the Republic of Karakalpakstan.
Russian Immunological Journal. 2024; 27(3):
567-572 (In Russian). doi: 10.46235/1028-7221-
16883-CAE.

6. BopoHuH C.B., Kyue C.W. HeoHaTtanb-
HbIl CKPUHWHI Ha HacneacTBeHHble 3abone-
BaHus B Poccuu: BuYepa, cerogHsi, 3aBTpa.
HeoHnamornoausi: Hosocmu, MHeHusi, obyde-
Hue. 2022. 10 (4): 34-39. DOI: https://doi.
org/10.33029/2308-2402-2022- 10-4-34-39 /
Voronin S.V., Kutsev S.I. Neonatal Screening
for Hereditary Diseases in Russia: Yesterday,
Today, and Tomorrow. Neonatology: News,
Opinions, and Training. 2022; 10 (4): 34-39 (In
Russian) DOI: https://doi.org/10.33029/2308-
2402-2022- 10-4-34-39,

7. MyxuHa A.A., KysbmeHko H.B., PoguHa
l0.A., KoHgpartenko W.B., bororos A.A. Xapak-
TEPUCTUKA NAUMEHTOB C MEPBUYHBIMU UMMY-
HoAepUUUTHBEIMK cocTosiHUsSIMM B Poccuickon
®depgepaumn: oT poxaeHus oo crapoctu. Nedua-
mpusi um. I"H. CnepaHckoeo. 2019; 98 (3): 24-31
/ Mukhina A.A., Kuzmenko N.B., Rodina Yu.A.,
Kondratenko I.V., Bologov A.A. Characteristics
of Patients with Primary Immunodeficiency Con-
ditions in the Russian Federation: From Birth to
Old Age. Pediatrics named after G.N. Speransky.
2019; 98 (3): 24-31 (In Russian).

8. Rae J., et al. X-Linked Chronic Granulo-
matous Disease: Mutations in the CYBB Gene
Encoding the gp91-Phox Component of Respira-
tory-Burst Oxidase. American Journal of Human
Genetics. 1998; 62.6:1320-1331.

9. Muise AM, Xu W, Guo CH, Walters TD,
Wolters et al. NADPH oxidase complex and IBD
candidate gene studies: identification of a rare
variant in NCF2 that results in reduced binding to
RAC2. 2012;61(7):1028-1035. doi: 10.1136/gut-
jnl-2011-300078.

10. Dhillon SS, Fattouh R, Elkadri A, Xu W,
at al. Variants in nicotinamide adenine dinucle-
otide phosphate oxidase complex components
determine susceptibility to very early onset in-
flammatory bowel disease. Gastroenterology.
2014;147(3):680-689.e2. doi: 10.1053/j. gas-
tr0.2014.06.005.

11. Stasia M.J., et al. Characterization of six
novel mutations in the CYBB gene leading to dif-
ferent sub-types of X-linked chronic granuloma-
tous disease. Hum Genet. 2005.



. AKYTCKU MEONLIMHCKNW KYPHAT

ABTOpbI 3aABNAIOT o6 OTCYyTCTBUMN KOHpNMKTa UHTEpecoB.

Bknap aBTopoB: leHoBa O.A. — HanucaHWe TeKkcTa, HayYyHoe peaakTMpoBaHue; YnbsiHoBa E.A. — koHUenuust 1 An3aiiH, HanucaHue TekcTa,
Hay4Hoe pepakTupoBaHue; AwuHa J1.H. — cbop, obpaboTka maTtepumana; YepHbiwosa Onbra HukonaeeHa — cbop, obpaboTtka matepuana.

CBepneHus 06 aBTopax. leHoBa OkcaHa ANMMOBHA — KaHA,. Mefl. HayK, AOLEHT Kadbeapbl rOCNUTaNbHOW M aKynbTETCKOW NeAMaTpun ¢ Kypcom
nponenesTVkM AeTckux 6onesnen ®rE0Y BO OBIMY; YnbaHoBa EneHa AnekcaHApoBHa — KaHA. Mef. Hayk, AOLEHT kadeapbl neguatpum c
KyPCOM HEOHaTOmNorMmM 1 NepuHaTonornum ¢ KypcoM HeoTnoxHon meguumnHel ®rE0Y BO OBIMY, 3am. rmaBHOro Bpada no MeauLMHCKON YacTu
Krby3 OKKB um. A.K. MNuotpoenya M3 Xabaposckoro kpasi, doctorhel@rambler.ru, https://doi.org/0009-0002-7876-9349; AwwuHa Jlrogmuna
HukonaeBHa — 3aB. MHdeKUMOHHbIM oTaeneHnem Ne1l KIBY3 OKKE wm. AK. MuotpoBuya M3 Xabaposckoro kpasi; YepHbiwoBa Onbra
HukonaeBHa — 3aB. otaeneHvem peaHmmMaunm n nHteHcusHon Tepanum KIBY3 OKKB nm. A.K. MNMuoTtposnya M3 XabapoBckoro kpasi.

Moctynuna: 06.10.2025 / MpuHaTa k ny6nukauum: 28.01.2025

M) Check for updates (cc) BY 4.0

DOI 10.25789/YMJ.2026.93.29
YK 616-006.66

MnepkanMemMus Kak nposiBrieHMe napaHeonnacTu4eckoro CMHapoma
npu pake nNuweBoAa: KNMHUYECKUN Crly4yaun

A.H. Kocmpomuuxkuti ', A.FO. Jobpodees ', [1.I1. Kosanb 2, C.I. AgpaHacbes ', A.C. Tapacoea ', C.B. BmopywuH '?
"HayuHo-1ccnegoBaTenbCckuii UHCTUTYT oHkornorumn, PrBHY «Tomckuid HaumoHanbHbIA NccneaoBaTENbCKUA MEQULMHCKUIA LIEHTP
Poccuiickon akagemunn Hayky, nep. KoonepatusHein, A. 5, r. Tomck, 634009, Poccus
20IrbOY BO «Cubupckuii rocyaapcTBeHHbIN MeauUMHCKMIA yHnBepceuteT» MunHsgpasa Poccun, MockoBckuin TpakT, 2, . Tomck, 634050, Poccusi

AnHHoTaums. MapaHeonnacTuyeckme CUHAPOMbI NMPEACTaBnAT COOON KNMHUYECKME NPOSIBNEHWS, aCCOLIMUPOBAHHBbIE CO 3/10Ka4E€CTBEHHbLIMMU
HOBOOOPa30BaHNAMU N He CBA3aHHbIE HaMPSIMY0 C MECTHbIM POCTOM OMyXOnu UM ee meTacTa3vpoBaHveM. OHM MOryT CYLLUECTBEHHO OCHOX-
HSATb AWArHOCTUKY M BbIOOP TAKTUKM NeYeHUs1 OHKonorndeckux 6onbHbix. Hanbonee yacto napaHeonnacTnyeckme CUHAPOMbI ONMCaHbl NPU pake
T1EerKOro, MOMOYHOMN Xenesbl 1 NOAXEeNyAo4HOW Xenesbl, Toraa Kak npu pake nvlieBofa nogobHble NposiBNEHUst BCTpeYakoTcst kpanHe peako. B
cTaTbe NpeacTaBneH KIMHUYECKUI Cryyai adeHOKapLuMHOMbI NULLEeBOAA, OCIIOXKHEHHOW CTOMKOWM runepkanvemMmnent, pacLleHeHHOWM Kak nposierie-
HVe napaHeonnacTUYecKoro CUHAPOMa. ONEKTPONUTHbLIE HAPYLLEHWUST HOCUIU NEPCUCTUPYIOLLUIA XapakTep 1 He NoagaaBanucb MeaukaMeHTO3HOM
KOppeKuun, Y4To cAenano HeBO3MOXHbIM NPOBEAeHWEe CTaHAapTHOIO XMMMUOTEepaneBTUYECKOro 1 XMpyprnyeckoro neveHus. B kayectse nepsoro
aTana bbina NnpMMeHeHa AMCTaHUMOHHas Ny4vyeBas Tepanus Ha obnacTb Onyxonu 1 NyTn NMMMAOOTTOKA, Ha POHE KOTOPOW OTMEYEeHa HopManu-
3auUmMs YPOBHS Kanusi. OTO NO3BONUIO B AarnbHENLIEM NPOBECTU HEOAABIOBAHTHYIO XMMMOTEPANUIO U BbIMOMHUTL paguKkanbHOEe XUpypruyeckoe
BMELLATENbCTBO C AOCTMXKEHMEM MOMHOr0 NaTtoMopdonorMyeckoro perpecca onyxonu. MNpeactaBneHHbIA KIMMHUYECKUIA Cryvan nogvyepkuBaeT
HeobX0AMMOCTb y4eTa napaHeonIacTUYECcKUX SNEKTPONUTHBIX HAPYLUEHWIA NPU pake NULLEBOAA U AEMOHCTPUPYET 3HAYUMOCTb UHAUBUAYANU3N-
POBAHHOIO NOAXOAA K NTEYEHUIO MALUEHTOB C HETUMWUYHBLIM TeYeHneM 3aboneBaHus.

KnioueBble cnoBa: napaHeonnacTuyeckuin CUHAPOM, rurnepkanMemMus, pak nuesoaa, ageHokapLuuHoMma, nyyeBast Tepanms

Abstract. Paraneoplastic syndromes are clinical manifestations associated with malignant neoplasms that are not directly related to local tumor
growth or metastatic spread. They may significantly complicate diagnosis and treatment planning in cancer patients. Paraneoplastic syndromes
are most commonly described in lung, breast, and pancreatic cancers, whereas such manifestations are extremely rare in esophageal cancer. This
article presents a clinical case of esophageal adenocarcinoma complicated by persistent hyperkalemia, regarded as a manifestation of a parane-
oplastic syndrome. The electrolyte disturbance was resistant to medical correction, which made standard chemotherapy and surgical treatment
impossible. External beam radiotherapy to the primary tumor and regional lymphatic pathways was used as the first stage of treatment, resulting in
normalization of serum potassium levels. This allowed subsequent neoadjuvant chemotherapy followed by radical surgical intervention, achieving
a complete pathological response. The presented case highlights the importance of recognizing paraneoplastic electrolyte disorders in esophageal
cancer and demonstrates the significance of an individualized treatment approach in patients with atypical disease course.

Keywords: paraneoplastic syndrome, hyperkalemia, esophageal cancer, adenocarcinoma, radiotherapy
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