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Cunzapom Kabyku — xopoio u3BectTHoe 3a00JieBaHie, XapaKTePH3YIOUIeecs: MOCTHATAJILHOI HEOCTATOYHOCTBIO POCTa, AucMopdu-
YeCKMMH YePTAMH JIMLA, AHOMAJIMSMH CKeJIeTa U YMCTBEHHOI OTCTAIOCTBIO, CBA3AHHOE C O/THUM U3 MATOT€HHbIX BAPHAHTOB MyTALMU
B reHax KMT2D wim KDM6A. He menee yem y 50% sn ¢ cunapom KaGyku mmeroTcsi CKJIOHHOCTb K pelMAMBUPYIONIMM HH(peK-
MM ¥ AHOMAJIMM MMMYHUTETA, Npex/e BCero runoraMMariodymiemus. B ctatbe onucaHo KJIMHMYECKOe TeueHue Pe3UCTEHTHOro
HH(EKIMOHHOTO CHHIPOMa y pedenka 18 Mec 0e3 xapakTepHbIX 1isi cunapoma Kadyku mucMopduyeckux u 1epMaTornuiyecKux mpo-
sBJeHuii. [IiTelibHOe TeueHne Pe3CTEeHTHOI 0aKTepuabHO UH(EKIUH U SHTEPOKOINTA, MUKpPOLeDATHs, AyTUCTUIECKHE YePThI
TIOBe/IeHNs], HEBPOJIOTMYECKHE HAPYLIEHHUS M0 TUITY TMIEPKUHE30B, XapaKTepHAas /IS TPaHyJIeMaTo3HOi JUM(OUUTAPHOI UHTEPCTH-
nuaibHoi 0ose3nn Jerkux (GLILD) kapTiuHa Ha KOMIbIOTEPHOI TOMOrpaMMe, IOATBEPKIECHHAS OUOICHE JIETKOro, 3aCTABIIIHN MPe/i-
NOJIOXKUTh UMMYHO/IE(DMIUT B PAMKAX HACJIEICTBEHHOTO FeHETHYECKH 00YCJIOBJIEHHOTO CUHAPOMA. Y NALMEHTA He BbISIBJIEHA TUNOraM-
MarJio0yMHeMusi, xapakrepHas i cunapoma Kadyku. Hammume ynoBieTBOpuTe/IbHOrO 0TBETA HA paHee MPOBeIEHHYI0 BAKIIMHAIMIO
U TOJMKJIOHAJIbHDI cocTaB B-1uM(ouMTOB CBUIETENIHCTBOBAIM 00 OTCYTCTBHM HAPYHIEHMH B ryMOPAJbHOM 3BeHE MMMYHHMTETA.
IIpu mMMyHO(eHOTHIMPOBAHUM BbISIBIEHO OTCyTCTBHE momyisiuuu T-perynsitopubix Kietok (CD4+CD25++CD127-) u addex-
Topubix NK-kierok (CD16+CD56+CD3—) B nepucdepnyeckoii KpoBu. 3HauumMo cHikenbl ypoBHu T-mmmdomuros CD4+CD3+
¥ OTCYTCTBYET IKCIPECCHsi MOJIEKYJIbI a/ire3un uHTerpuHa-oera (CD18) Ha KieTKax rpaHy/IONUTAPHOTO Psijia.

3akmouenne. Y aereii B Bozpacte A0 2 jer cuHapoM KaOyku MoKeT mpeacTaBisTh TPYAHOCTH IS KIMHMYECKON THATHOCTHKA
B CBSI3U C OTCYTCTBHEM Y HUX KJIACCHYECKH C(hopMUPOBAHHBIX (heHOTUNMYECKUX NPU3HAKOB. Hamune y peGeHKa MEHTAIBHBIX HAPY-
LIeHUi, AHOMAJINIi PA3BUTHS BHYTPEHHUX OPTAHOB U HAPYLIEHHUS B TYMOPAJILHOM M KJIETOYHOM 3BeHbSIX MMMYHHOIi cCTeMbI TPeOyeT
HCIOJIb30BAHMS MOJIEKYJISIPHO-TEHEeTHYECKUX METO/I0B, BKJII0YAs CCIeIoBaHue HA MyTauuu B renax KMT2D v KDMG6A.

Karoueevte caosa: demu, cundpom Kabyku, mymauyus ecena KMT2D, kaemouHbiii ummyHoOeuyum, epanyiemamosnas aumpoyumap-
HAsl UHMePCMUUUANbHAS 001€3Hb Ne2KUX.

Ana yntuposanus: [jonrononos U.C., lpusyosa J1.10., YctuHosa O.K., PbikoB M. 0. [NepBuYHbI UMMYyHOAEDUUNT Y NALUNEHTA C CUHAPOMOM
Kabyku. Poc BecTH nepuHaron v neauarp 2022; 67:(6): 104—112. DOI: 10.21508/1027-4065-2022-67-6-104—-112

Kabuki syndrome is a well-known disease characterized by postnatal growth failure, dysmorphic facial features, skeletal abnor-
malities, and mental retardation associated with one of the pathogenic mutations in the KMT2D or KDM6A genes. At least 50%
of individuals with Kabuki syndrome tend to develop recurrent infections and immune abnormalities, primarily hypogammaglobulin-
emia. The article describes the clinical course of resistant infectious syndrome in an 18-month-old child without typical dysmorphic
and dermatoglyphic manifestations characteristic of Kabuki syndrome. A long history of resistant bacterial infection, enterocolitis,
microcephaly, autistic-like behavior, hyperkinetic disorder, CT scan patterns of granulomatous lymphocytic interstitial lung disease
(GLILD), suggested the immunodeficiency as part of a hereditary genetically determined syndrome. At the same time, the patient did
not experience hypogammaglobulinemia characteristic of Kabuki syndrome. The upper normal response to previously received vac-
cination and a polyclonal repertoire of B-lymphocytes indicated the absence of disturbances in the humoral immunity. Immunophe-
notyping revealed the absence of T-regulatory cells (CD4+CD25++CD127-) as well as effector NK cells (CD16+CD56+CD3—)
in the peripheral blood. The significant reduction of CD4+CD3+ T-lymphocytes and CD4+/CD8+ index was observed. In addition,
no expression of integrin-beta (CD18) on neutrophils revealed.

Conclusion. In children under the age of 2, Kabuki syndrome may present difficulties for clinical diagnosis due to the absence of dis-
tinctive phenotypic signs. Patients with mental disorders, congenital malformations, recurrent infections suspected of immunodefi-
ciency should be carried out using molecular genetic exploration, including testing for mutations in the KMT72D and KDMG6A.

Key words: children, Kabuki syndrome, KM T2D mutation, cellular immunodeficiency, granulomatous lymphocytic interstitial lung disease.
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CI/IH)IpOM Kabyku (OMIM 147920 u 300867) — pen-
KO€ TeHeTHYecKoe 3a00JieBaHUE, PACIPOCTPAHEH-
HOCTb KOTOpOro BapbupyeT ot 1/32 000 yesoBek B a3uaT-
ckoit morysstiu 1o 1/86 000 B eBpoTelicKOo MOy Iy
[1—3]. DTO reHeTMyeckn TreTeporeHHOEe 3aboJieBaHUE.
IIpu ayTOCOMHO-IOMWHAHTHOM THUIIE HacCJeI0BaHUs

MmaToreHHble BapuaHThl B TeHe KMT2D (OMIM 602113)
NpUBOASAT K pa3BuThio cuHapoma KabOyku 1-ro Turma
(OMIM 147920). Ten KMT2D, paHee W3BECTHbII
Kak MLL2, pacionoxeH Ha XpoMocoMe 12 u Komupyer
Jm3nHCcnenudunieckyo MetwiaTpaHcdepasy [2]. Ilaro-
TeHHbIE BapuaHThl (B TEMM3UTOTHOM M TOMO3UTOTHOM
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coctossHuM) B TeHe KDM6A (paHee u3BectHoM Kak UTX,
OMIM 300128) orBercTBeHHBI 3a cuHApoM KabOyku
2-To THUIA, UMEIOIIMNNA X-CUETUICHHBII ITOMWHAHTHBIN
tun HacienoBaHus (OMIM 300867) [4]. Ten KDMG6A
pacriojiokeH Ha X-XpOMOCOME M KOAUPYET TMCTOHAEMU-
Tayiasy, B3amMoneiicTBytomyoo ¢ reHom KMT2D. benok,
konupyeMblii TeHoM KMT2D, B3auMOIeiCTBYET ¢ KOM-
ruiekcoM Setl (COMPASS), KoTopsiit yaacTByeT B peMo-
NeTMPOBaHUM XpOMaTWHA MyTeM MOAM(UKAIIUKA BTH-
TeHeTUYECKMX METOK Ha TMCTOHax [5]. Myraunu B reHe
KMT2D otBeTcTBeHHBI 3a 56—80% Bcex OINMMCAHHBIX
ciayyaeB cuHapoma Kaoyku [3, 6]. B 5% ciyyaeB oGHa-
pykuBaloTcsi aHomanuu B reHe KDM6A [7]. BonbmmH-
CTBO CJIyyaeB CIIOpaAnvecKre, HO COOOIIAI0OCh O CEMbSIX
C HECKOJIbKMMU TTOKOJICHUSIMU TTOPasKeHHBIX U1 [8].

Kimnanyeckast nmarnoctuka cuaapoma KaGyku ocHO-
BBIBA€TCSI HA HAJIMYMY TUITMYHBIX YepT JIN1IA, BHI3BIBAIO-
XX acCOIMAIIMIO C TPUMOM aKTepOB SIMOHCKOTO TeaTpa
Kabyku, nerkoit uim yMepeHHoOI He Mporpeccupyrolieit
YMCTBEHHOM OTCTaJIOCTH, aHOMaJIni ckejeTa. JlomoaHu-
TeJbHbIE MPU3HAKN BKJIIOYAOT HU3KUI POCT U BPOXKJICH-
HbIE TIOPOKM pa3BUTUS (BKIIIOUAST CePIle, MOYETIONOBYIO
U KeJyNOoYHO-KHUIlleuHyto cuctembl) [9]. Kpome Toro,
€Oo00IIAIOCh O PEAKUX CIyYasiX CTPYKTYPHBIX aHOMaJTUiA
TOJIOBHOTO MO3Ta B COUETAHUHU C STMUJIETICUEN UJTN TUTIEP-
KMHE3aMH1 y alueHToB ¢ cuHapoMom Kaoyku [10, 11].

PeuupuBupymomme OakrepuaibHble UWHMEKIWH,
B OCHOBHOM CpEIHWI OTHUT, ITHEBMOHUS, CBSI3aHHBIC
C TUIoramMMarjioOyJIMHeMHel, a TakKXke HeI0CTaToY-
Has TIPOAYKLMSI aHTUTEJ B OTBET Ha BaKIMHAIIUIO
ObUTM 3aperucTpUMpoOBaHbl Y OTAEJbHBIX TAIlMEHTOB
wiu B HeOosblmx rpynmnax [12, 13]. PesynbraThl ormy-
onnkoBaHHOTO B 2020 I. aHKeTMpOBaHUS U 00CIenoBa-
Hus 177 maleHToB ¢ MaTOTeHHBIMY BaplaHTaMU T€HOB
KMT2D wniu KDM6A moatBepawivd pacipocTpaHEH-
HOCTb HMMMYHOMNATOJOTUYECKUX BapUAHTOB TEUCHMUSI
cuaapoma KabGyku [14]. OgHako JIWIIL eIMHWUYHEIC
HaOMIOAEHUST TTOAYEePKUBAIN TTOTEHIIMATBbHYIO TSIXECTh
OCJIOXKHEHMIi, BO3ZHUKAIOIIMX Ha (poHEe MMMyHOnehu-
1IMTa Mpy 3TOM 3a00JIeBaHUM, TaKUX KaK TpaHyjIeMa-
To3Has1 JuMd@oIUTapHasi UHTePCTUIIMalbHasl 00Jie3Hb
nerkux (GLILD) [14, 15].
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Kinnuueckoe HaOmoaenue. [lanneHT (MaJbumK)
TOCTIUTAIU3UPpOBaH B JIeTCKYIO TOPOIACKYIO KIMHU-
yeckyo OombHMIy Nel B Bo3pacte 18 mec. Pomumics
OT TpeTheil OepeMEeHHOCTH, TTPOTEKaBIIEH ¢ TOKCUKO-
30M B IIEPBOI1 TTOJIOBUHE, BTOPBIX CPOYHBIX (DU3UOTTOTH -
yecKux ponoB. K rpyau mpuioxeH B pOAVILHOM 3alie.
Brimucan Ha 3-i meHb. Macca nipu poxnenuu 3290 r,
nnuHa tena 54 cm. OueHka 1o mkaiae Anrap 8/9 6an-
JoB. Ilepron HOBOPOXIEHHOCTH IMpoTeKanl 06e3 0co-
oenHocteil. B Bo3pacte 3 Mec mepeHeC OCTPYIO
BUPYCHYIO MH(eKInI 1 oTuT. Jlo 7 Mec Habmomancs
pPEeUUANBUPYIONINI Ha (OHEe Tepamuu TracTpod3oda-
reanbHbI pedoke. B 11 mec macca Tena pebeHka
coctaBmita 9600 r, poct 75 cm (50—75-i1 1eHTUID);
OKPYXHOCTb TojioBbl 43 cM (<5-ro ueHtuis). Ilpo-
pe3biBaHue 3y00B ¢ 8 mec. CaMOCTOSTEIbHO XOIUT
¢ l4-mecauHoro Bospacta. BakuumnupoBan BIIK
W TIpPOTUB rermatuta B B poagomMe ¢ TOCHEOYIOIIUM
MOBTOPHBIM BBeJeHWEM BaKIWHKI uepe3 1 mec. Ponu-
TeJI COCTOSIT B HEPOACTBEHHOM Opake, 3M0poBbI. Poj-
Has ¥ CBOJHAS CECTPHI 3I0POBHI.

3abonen B Bo3pacte 14 Mec, Korma TOSIBUJIMCH
CUMIITOMBI THOWHOTO KOHBIOHKTUBUTA, (apUHTUTA
u punuTa. [Tomydan mecTHOe 1edeHMe 0e3 apdekTa; mpu-
COETMHUIICST MaJIOTIPOAYKTUBHBIN Kallle b, COMPOBOXKIA-
fo1IMiics pBOTOit. B Bo3pacte 16 MecC MOSBUIIMCH IIATKOCTh
MOXOIKM, HapacTalollasi MbIIIeYHass CI1aboCTh, COHJIM-
BOCTb, CHWKEHUE IBUTATEbHOW aKTUBHOCTH, OTMeYa-
JIUCh TIEPUOANYECKUE HABSI3YMBBIEC NBVKEHUS KUCTSIMU
pyK. B aTOT mepuon oTMeueHBI MOBEIECHYECKUE H3Me-
HEHUsI ayTUCTUYECKOTO CIEKTpa, peOEHOK CTal 3aMK-
HYTBIM, CHU3WJIACh KOTHUTUBHAS aKTUBHOCTL. [Tomyyan
Tepanuilo aMOyJIaTOpHO aMOKCHUKJIABOM, a3WUTPOMUIIM-
HOM, MyKOJIMTUKaMu 0e3 adpdexra. CoxpaHSIINUCh SIBJIC-
HUSI THOMHOTO KOHBIOHKTUBUTA, pUHWTA, Kallenb. [1pu-
coennHUIICS aHTepokosnT. C Havasa 3a060J1eBaHKUS Macca
Tejla CHU3WJIach Ha 2,2 KT.

B Bo3pacte 18 mMec BmepBbie OTMEYEHO ITOBBLILICHUE
temriepaTyphl Tena 1o 38 °C. Ha peHTreHorpamme rpym-
HOI KJIETKU BBISIBIIEHBI JIBYCTOPOHHME WHMWIBTPATHB-
HbIe UBMEHEHMS B HUKHUX TOJISIX JIETKHUX.

Tocrutanu3upoBaH B CTallMOHAP C AMATHO30M: JBY-
CTOPOHHSISI TTHEBMOHMSI, THOWHBIN JIEBOCTOPOHHUIA
OTUT, KOHBIOHKTUBUT, YBEUT, SHTEPOKOIUT. [Ipu KOM-
MbIOTEPHOM TOMOTpaUM TPYTHON KIETKU BBISIBJICHBI
3HAYUTENIbHOE oboralieHne u aehopMalus JEerOYHOTOo
pPUCYHKA 3a CYeT KaK COCYIMCTOTO, TaK W MHTEPCTULIN-
aTbHOTO KOMITOHEHTOB, CHIDKEHHME TTHeBMaTU3aluu
JIETOYHON TKaHW C MHOXECTBEHHBIMU TMepuInMbaTh-
YeCKUMM OYaraMu W TIepUOPOHXUATbHBIMU My(dTamu.
B HWXXHUX 105X 000MX JIETKMX OTpPEnesIsIuCh CuBa-
onmecs obirakoBuaHbie ouaru, S>D. Ha ¢oHe yrior-
HEHHOM JIEeTOYHOI TKaHMW MapaMeInacTUHAIBLHO ¢ 00erx
CTOPOH OTPENeIsIINCh PacIIMPEeHHbIE TPOCBETH OPOH-
XOB — TpaKIMOHHBbIE OpPOHXO3KTa3bl. BHyTpurpymHas
muMmbaneHonaTus (pasMepbl  JTUMGATUIECKUX Y3JI0B
peTpoKaBaibHOW IpynIibl 10 8,5 MM; puc. 1).
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OO0bekTuBHO: pocT 78,5 cM (25—50-if LIEHTWIb),
Macca tema 7600 T (<5-ro meHTWIsS). MuKpotedanus,
OKPYXHOCTb ToJIOBHI 44 cM (<5 nentwist). ['unorpodu-
YEH, YePThl J1IIA 32a0CTPEHbBI, BUIUMBbIX TOPOKOB pa3BU-
TUSI, aHTMOM, HEBYCOB He BbIsiBlieHO. [lepudepnyeckue
Jumbatryeckue y3ibl He yBeJudeHbl. OTMevaeTcst cliv-
3UCTO-THOIHOE OTHesieMOe U3 000MX HOCOBBIX XONOB,
JIEBOTO yXa, MO 3aJHel cTeHKe MIOTKU. YacTtora apixa-
HUI cocTtaBisiia 24—28 B 1 MMH, yacToTa CepleuHbIX

KJINMHUYECKUE CJT1YHAU

cokpaienuit 100—115 B 1 muH. Jluxopanka no 38,7 °C.
W3 cturM nm3sMOproTeHe3a BBISIBJICHBI TUIICPTPHUXO3,
AHTUMOHTOJIOUTHBIN pa3pe3 TJia3 Co Clierka YITWHEH-
HBIMU TJIa3HBIMU IIEISIMU, HU3KAS JIMHUS POCTa BOJIOC,
KOpOTKasl IIesT ¢ KPBUIOBUIHBIMU CKJIAIKaMU, TUCTIIA-
CTUYECKNE HHU3KOPACIIONOXEHHBIE YITHBIE PaKOBUHBI
HOpMaJIbHOTO pa3Mepa, OpaxunakTuius (puc. 2).

B o6uieM aHanuse KpoBu Jeikouuro3 19,7-10°/n
(umcortuter 70%, HeWTpobMITBI cerMeHTOsIIepHbIe 18%,

Puc. 1. Pe3yabTaThl KOMIBIOTEPHOI TOMOrpadhu rpyaHO# KJIETKH.

a — nepuOpoHxuaIbHbie My(ThI ((PUrypHAS CTPEKA); 6 — 00JAKOBUIHbIE 0YATH B HIDKHEN /I0JI€ JIEBOTO JIETKOTO (TOHKAs CTPEJKa),
KoHcoaanusa (pudpo3) JeroyHoii TKaHW B MapaMeIMacTHHAJbHBIX OTIeNaxX (ToJICTas CTpeKa).

Fig. 1. Results of computed tomography of the chest.
a — peribronchial clutches (curly arrow); 6 — cloud-like foci in the lower lobe of the left lung (thin arrow), consolidation (fibrosis)
of the lung tissue in the paramediastinal sections (thick arrow).

Puc. 2. Cturmbl au3amopuorene3a. (Pa3penienue poaureieii mosrydeno)

a — aHTUMOHTOJIOWIHDII pa3pe3 I71a3 €O CJIerka yAJIMHeHHbIMH IJIa3HbIMH IIEJISIMA, HU3KAasl JIWHUSL POCTA BOJIOC, TYCThIE, PABHOME]-
Hble OPOBH; 0 — OpaxXMAAKTIINSA, 0€3 XapaKTepHOii 1epMaTOrTH(pUKH,

Fig. 2. Stigmas of dysembryogenesis.

a — anti-mongoloid eye section with slightly elongated palpebral fissures, low hairline, thick, uniform eyebrows; 6 — brachydactyly,

without characteristic dermatoglyphics.
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MmajiouKkosiiepHble 6%), aHeMUsT — TeMorJioonH 73 /1,
TpombormTo3 456-10°/1. B GUOXMMHUYECKOM aHaIn3e
KpOBU TUMOANbOyMuHeMust (1o 22 r/71) U TIOBBIILICHNE
YPOBHSI acrapraT- M ajlaHMHaMuHoTpacdepas (1o 247
u 178 en/a coorBercTBeHHO). OOImMIt OUIMPYOUH
4—8 MxMoJib/n1. C-peakTUBHBII 0eloK 24 Mr/i. YpoBeHb
IgM x Mycoplasma pneumoniae nonoxurenbHbiii, IgG —
OTpUIIATENbHBINA. YPOBEeHb MMMYHOIJIOOYJIMHOB Kiacca
A, M u G B ceiBopoTke coctapisit 2,34, 1,7 u 18 r/n
COOTBETCTBEHHO.

ITpu 330¢haroracTponyoIeHOCKOITMHY BbISIBJIEHBI MHO-
>KECTBEHHBIE MEJKWE 3PO3UU Ha CIM3UCTON 000JIO0UKe
KeTyaKa W ABESHAAIATUTIEPCTHON KUIIKKA,; MOPMOJIOTH-
YecKoe HCCIeOBaHUE BBISIBUIIO MUKPOMOKYCHI KPUII-
abciieccoB Ha (oHe MOJUMOPGHOKIETOUYHON WH(PWIb-
Tpaluu, (POKyChl M3bSI3BJIEHUI, TOKPHITbIE (DUOPUHOM
1 UHPUIBTpUPOBaHHBIE JieliKouTaMu. [1pu axokapauo-
rpaduu BBISIBJICH OeeKT B CpeaHel 4acTh MeXIIpem-
CEPIHOU TIeperopoaKu, pasMepoM 3,6 MM, co cOpocoM
KpOBU cjieBa HaripaBo 2—2,4 MJI/CHUCTOJIa, YMEpPEHHBIN
BBITIOT B IMOJIOCTh TiepuKapaa. Ha ajekTpokapauorpaMme
HapylIeHW pUTMa U TIPOBOAUMOCTH HE 3aperucTpu-
poBaHo. [IpM MarHUTHO-pe30HAHCHOMW ToMoTpaduu
TOJIOBHOTO MO3Ta OTpeessIeTcs] KapTiHa Hepe3Ko BhIpa-
SKEHHOTO paclIMpeHUs] HaApYKHBIX CyOapaxHOMIATbHbIX
U BHYTPEHHUX JIMKBOPHBIX MPOCTPAHCTB; TAHHBIX, MO~
TBEPXKIAIOIINX HaJIWYMe W3MEHEHWII 04aroBOTO Xapak-
Tepa B BEIIECTBE MO3ra, He BBISIBIIEHO; TIPU3HAKU TTOJIH-
CUHYCHUTA, TBYXCTOPOHHETO MAaCTOUIUTA.

OCMOTpeH  HEBPOJIOTOM,  ONPENCISITUCH  CITOH-
TaHHO BO3HUKAIOIIVE HABA3YMBBHIC IBMXKEHUS (TpEeMOp)
KUCTEH PyK, TIpU3HAKU ayTU3Ma. PeOeHOK KOHCYIbTHU-
pPOBaH reHETUKOM; TIPOBEAECHO MCCIIeIOBaHNE KApUOTHUTIA
(46, XY — HOpMaJIbHBIII MYKCKOI KapHOTHIT), UCKITIO-
YeHBI OTIEebHbIE (POPMBI HapylIeHUsT OOMeHa BEIIECTB
METOJIOM TaHIEMHOM MacC-CIEKTPOMETPHH.

IManyeHT TONyYadT KOMOMHUPOBAHHYIO Tepamnuio
JIIByMSI aHTMOMOTHUKAMHU IIIMPOKOTO CIEKTpa C yMepeH-
HeIM 3 dexkTom. OTMedYeHBl CTaOMIM3alMsl TeMrepa-
TypHI Tesla Ha ypoBHe 37,4—37,6 °C, mpekpalleHue THO-
eTeYeHUS U3 JIEBOTO yXa U ria3. [Ipr 3ToM coXpaHsTUCh
WHTOKCUKALIWS, TPOAOJIKajla CHUXKAThCS Macca Tela,
COXPaHSITNCH SIBIIEHUST SHTEPOKOJINTA, HEBPOJIOTUYECKHE
HapylIeHWsT ¥ U3MEHEHMS B JIETKMX Ha MTOBTOPHON KOM-
MBIOTEPHOI TOMOTpaMMe 4epe3 3 Hefl OT IMOCTYIIIeHUS.

PebGenok nepeBeneH B OTeIeHUE MHTEHCUBHOI Tepa-
MU B CBS3M C YXYAIIEHUEM COCTOSTHUSI, HapacTaHUeM
MHOEKIIMOHHO-BOCTAIUTETLHOTO CUHAPOMA U SIBJie-
HUI 9HTepokosuTa. OTMeYalnch BIU30Ibl TacTpo-
a30dareaslbHOr0 pedIiokca ¢ TONEepPXUBAHUEM, CHU-
JKEHMEeM HaCBIIEHUS (caTypaliu) KpOBU KHUCIOPOIOM
U TaxhKapaueit; 06ocTpeHne MHGEKIIMOHHOTO Tpoliecca
C SIBJICHWSIMU TSDKEJIOTO JIHTepoKosmTa. Macca Tena
coctaBuia 6400 r (<5-ro ueHTumsT). PebeHOK TiepeBeneH
Ha YaCTMYHOE TTapeHTepaJbHOE MUTaHNE.

B ob0miem aHamm3e KPOBW COXPAHSITUCH aHEMUS
I crenenu, neiikounros (16,5—26,4)-10°/1 ¢ npeobGana-

HUEM HeWTpo(UIoB, BKiIoYas 1oHbIe ¢hopmbl (10 30%).
ConepkaHue pPETUKYJIOLUTOB Kojebasoch oT 3 10 5%.
YpoBeHb MPOKANTBIIMTOHWHA HE TOBBIIIAJICS, OCTaBa-
sicb <0,5 Hr/mMJ1 B TOBTOPHBIX aHanu3ax. KoHueHTpauus
C-peakTMBHOTO Oejika HaXoIuJ1ach B Tipeesiax 3—9 Mr/J.
YpoBeHb TeYeHOYHbBIX TpaHCcaMuHa3 ObuT B 1,5—2,5 paza
BBIIlIE HOPMBI C TEHIEHIIMEN K HOpMaJau3alluu; TUIIO-
anpoymuHemust coctasisiia 19 r/n. IlpoBeneHa TyHK-
LIS KOCTHOTO MO3Ta, KOTOpasl BBISIBUJIA COXPAaHHOCTh
BCEX POCTKOB KPOBETBOPEHUS C 3a7ePKKOM CO3peBaHUS
KJIETOK TpaHyJOIUTapHOTO pocTKa. MHIEeKC co3peBaHus
HelTpodunoB 1,5. AHTUTENa K BUPYCY MUMMYyHOIedu-
uTa JejoBeka, rematuty C, reprecy 1, 2 1 6-TO TUIIOB,
1gM u IgG x Mycoplasma pneumoniae u Chlamydia pneu-
moniae otpuliateibHble. BoisiBnensl IgG K Tokcomnaazme
U BUpycy DmiuteitHa—bapp. AHTUTEIA K TUPEOTIEPOKCH-
naze 15,4 ME/mn. CBo6oansbiii T3 — 4,7 nmonb/a, cBO-
6onHbIN T4 — 13,21 mMoab/J1, TUPEOTPOMHBIN TOPMOH —
3,94 mk/ma. Ilpoba KymbGca orpuuarenvHasi. TokcuH
Clostridium difficile He oOHapyXeH. YpOBeHb KaJbIIpO-
TeKTWHA B Kaje 1645 Mxr/T (HopMma <50 MKT/T).

WckmoyeHB MYKOBMCIIMIO3, TyOepKyJe3, JIEUKO3,
octpble 1udPy3HbIe 3a00IeBaHUS CYCTABOB U COCIMHM -
TeJbHOM TKaHU. [1py KOHTPOJIBHBIX 3XOKapauorpadude-
CKUX MCCIIEIOBAHUSAX OTMEYEHO YMEHBIIECHHWE SIBJICHUIA
DKCCYAATUBHOTO Tmepukapauta. [lpu KoMmIblOTepHOM
ToMorpaduu yepe3 2 Mec OT TTOCTYIUIEHUsI B CTallMOHAp
B 00OMX JIETKUX COXPAHSIJIUCh MHOTOYMCIIEHHBIE ILIeH-
TPOJIOOYJISIpHBIE W TiepudeprudecKre y3eIKd OO0 2 MM,
nepuOpoHXxuaibHblie My(GThl U OpoHX03KTa3bl. OTme-
YyeHa TOJIOXKUTeNIbHAas TUHAMUKa B BUIE perpecca oda-
TOB B HVKHMX JOJISAX JIeTKUX. [TpocBeThl OpOHXKMON pac-
mupeHbl. B S3 ¢ aByx cTopoH u S6 cripaBa U3MeHEHUS
10 TUITY TTHeBMOGUOpo3a. PeHTreHoMOrnIeckast KapTuHa
MOXKET COOTBETCTBOBATH T'PaHYJIeMaTO3HOMY 3aboJjieBa-
HUIO JieTKuX. [Ipr KOJOHOCKONMUU MaKpOCKOTMYECKU
BUIMMOM TIATOJIOTUM HE BBISIBIEHO, MOP(HOIOTUIECKU
oOHapyKeHbI TTPU3HAKN XPOHUYECKOTO HEKIIACCU(UIII-
pyeMoOTro KOJIUTA C OYaroBOM TUIepIuIa3ueil CIM3UCTOM
000JIOYKN KMIIKK W YMEPEHHON TMMGOIIa3MOLINTap-
Holt uHwibTpanueii. [Ipn 6poHXoCcKONMMKM U3MEHEHU
CJIU3UCTOI 000JIOUKU OPOHXOB HE BBISIBICHO.

JBaxkabl ¢ MHTEPBAJOM 2 Hell POBOAUINCH TPaHC-
Gy3un 3PUTPOLIUTAPHON MAcChl B CBSI3U C TSIKEITBIM
COCTOSIHMEM peOeHKa TpU YPOBHSX reMorjodouHa 78
u 74 /1 cooTBETCTBEHHO. bakTepuonornyeckoe uccie-
noBaHue (moceB) KpoBU BbIsIBUI pocT Klebsiella pneu-
monia B Tutpe 108 KOE/Mi1, ycTOMYMBOI K aMOKCHLIWII-
nvHy/KinaBynaHaty. Ha ¢oHe racTtpossodareanbHoro
pedIriokca MOSIBUIIMCH CYXOU KallleJIb, OBIIIKA, AecaTy-
pauus 10 88%, Taxukapaus 10 168 B 1 MUH, CHIKeHUE
apTepuaIbHOTro AaBieHus 10 78/36 mm pt.cT. Temnepa-
Typa Tena 38,4 °C. PebeHoK B TeueHUe 36 4 HaXOIMUIICS
Ha WMCKYCCTBEHHOW BeHTWIAUMM nerkmx ¢ 40% O,
n PEEP 28, mocie 4ero OBIT yCHENIHO IlepeBeleH
Ha caMocTosATeJIbHOe TbixaHue. Ha (hoHe BHYTpUBEHHOM
Tepanmuyi METPOHMIA30JIOM M BAaHKOMUILIMHOM BHYTPb
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OTMEUEHBbl KYNMUpPOBaHUE SIBJIEHUI TSKEJIOro 3HTEPO-
KOJIMTa, CTabMIM3aliusl COCTOSIHUSI, Habop Macchl Tejia
(+1700 T oT MOMEHTa TOCHUTAIU3AlUMU). YPOBEHb
nevikouutoB (13—17)-10°/n1 ¢ mpeobiamaHueM Heii-
TpodusioB, aHeMust | creneHu, TPOMOOILIMTHI B Tpese-
Jlax HOpMBI. BbIsiBieHbl aHTUTENa K Aspergillus spp.
B OGuoxuMmnuecknx mokaszaTessiX COXPaHSIIOTCS YPOBHU
acmaprar- M ajJaHMHamuHoTpacdepasbl, B 6—11 pa3
npeBuimatomue Hopmy. ComepxxaHue OuanpyOWHa,
MOUEBUHBI, KpeaTMHUHA, aJiIbOyMUHA B HOpME.
HmmyHonoeuneckuil  u  eeHemu4eckuil  (eHomunbl.
OO01Ie UMMYHOTJIOOYJIMHBI TIPU TTOBTOPHOM OTIpejielie-
HUU Yepe3 2,5 Mec OT MOMEHTa MOCTYIIJIEHUS B CTallMO-
Hap OCTaloTCs MOBBIIIEHBI B chiBopoTKe: IgA, M u G 2,0,
1,2 u 16,8 /1 cooTBeTCTBEeHHO. YpoBeHb IgE B HOpMe.
OrMeuaeTcst BBICOKUIA ypoBeHb aHTUTesl K HBs aHTureny
>150 MME/Mn. HBe-anTturen He oOHapykeH. AHTUTeNa
kK SARS-CoV-2 ot 11.10.2021 r.: IgM — He BbIsIBIEHO,
IgG — BBIsIBIIeHBI B TO3UTUBHOM TUTpe 19,0 en/mt.
MMMyHOGEHOTUTTMPOBAaHWE  BBISIBUJIO  OTCYTCTBUE
cpenu JTUM@OUUTOB MepudepruvecKoil KpoBU TOIYJIsI-
uu T-perynstopHbix kietok (CD4+CD25++CD127—)
n spdekTopHbpix NK-ximetok (CDI16+CD56+CD3-).
VYpoBHu  B-kjeTOK = HE3HAYUTEIbLHO  TMOBBIIICHBI,
O/IHAKO OOJIBIIMHCTBO B-KJIETOK TMOJMKIOHATbHBI.
CHuxeHbl  ypoBHM  T-nmumdponutoB CD4+CD3+
un unaekc CD4+/CD8+. Kpome Toro, Ha KjieTKax rpaHy-
JIOLIUTAPHOTO Psijia OTCYTCTBYET KCITPECCUST MHTErpUHA-

KJINMHUYECKUE CJT1YHAU

oeta (CD18) — mousekysibl, HEOOXOIMMOM IJ1s1 TPAHCMM -
Tpalvu v afare3uu HeUTpoMUIoB (CM. TaOIHUILY).

Ilpu uccrenoBaHMM LIMTOKMHOB B CHIBOPOTKE OOHA-
PYXEHO TOBbIlIeHUE ypoBHeil uHTepnelikuHa-10 (IL-10)
135 nr/mn (Hopma 0—31 nir/mut), untepnetikuna-4 (1L-4)
16 nr/mn (Hopma 0—4 mr/mi), WHTepdepoHa-raMma
(INFy) 40 nir/min (Hopma 0—15 nir/mi) u akropa HeKpo3a
omyxonu anbda (TNFa) 107 rir/mn (Hopma 0—6 rir/mon).

IMateHTy BBITIOJTHEHO TOJIHOZK30MHOE CEKBEHUPO-
Banue [IHK, koropoe BBHISIBUIO TATOTEHHBI BapuaHT
B TE€TEPO3UTOTHOM COCTOSIHUM B 3K30He 24 u3 55 reHa
KMT2D, npuBonginii K qejaen OTHOM aMIHOKUCIOTEI
6e3 caura paMku cumtbiBaHus (p.Tyrd607del). TIpose-
JleHa OMOTICUS TKaHU JIEBOTO JIETKOTO; TIpU Mopdoiornye-
CKOM MCCJIEIOBAHUM OMoraTaTa OTMEUeHbl BbIpaskeHHasI
UHOUIBTpALIMS METKUMM JIEUKOLIUTAMM, TIPU3HAKN OPOH-
XMOJINTA, BBISIBIIEHbI OPOHXM TEPMUHAJIBHOTO TIOpSiAKA
¢ NepuOpoHXUANTBHBEIM (Gubdpo3om. KieTouHblit cocTtaB
npencrasied B-mumdormramun CD20+, xopormio pa3mm-
YUM HOMYJISIPHBIN MATTePH, KJIETKU PaCTOOXEHBI TTepu-
OpoHxuanabHO. bonbinoe KonamdyectBo T-nmumbounToB
CD3+CD4+, wMHorosimepHble  KJIETKM  TTO3UTUBHBI
no CD68+. He BuisiBnens! JIHK aneHoBupyca, imtomera-
JioBUpyca, Bupyca dmirteitHa—bapp (BOB) n akcnpeccust
BOb-koauposanubix Manbix PHK (EBER). TlpusHaku
rprOKOBOTO MOpaxkeHUsI He 0OHAPYXKEHBI.

ITammueHTy OBLT BBICTABJIEH AMAarHO3 OCHOBHOM: CUH-
npom Kaoykm (Q87.0), mepBUYHBI MMMYHOAEHUIIUT

Tabauya. Pe3ynbraThl ”AMMYHO()EHOTHIIMPOBAHKS JTUM(OUUTOB B nepudepuueckoil KPOBH NAMEHTA
Table. Results of immunophenotyping of the patient’s peripheral blood lymphocytes

ITokazarein Pesynbrar, % Hopma, %
B-xnetku:
CD19 26,6 6—23
CD20 26,1 6—23
Igk/Igh [NonuknoHanbHbBIE INonuknoHanbHbBIE
T-knerku:
CD3 61,9 66—75
T-xennepst CD4+CD3+ 27,8 33-50
T-murorokcuueckue CD8+CD3+ 31,6 16—39
TCRof 94,2 10-70,5
TCRyd 6,0 2,8—4.,6
CD4+CD25++CD127— 0,1 1,6—5,8
CD3+CD16+CD56+ 0,04 <10
NK-KJTETKMU:
CD56*CD16+CD3— 0,1 8—19
CD56+CD16-CD3— 6,2 0,5—6
CD56+CD9%4+ 2,7 92—-98
JlommotHUTEIHHO (Ha HeTpodumiax):
CDI16 [TonoXuTETHHO [TonoXuTETHHO
CD13 BosbimHCeTBO cnado+ [MonoxurenbHO
CDI18 OTpuLaTEIbHO [MonoxurenbHO
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Joneononos U.C. u coagm. TlepBUYHBII MMMYHOIEDUIIMT y MaLMeHTa ¢ cuHApoMoM Kabyku

no aucperynsitopHomy turty (D84.9). OcnoxHeHust: Tpa-
HyJIeMaTO3HOE  JIMM(pOIIUTApHOE  MHTEPCTULIMAIBHOE
3a0osreBanme Jierkux, J1H 0 ct. AHeMUST BOCITAIMTEIHHOTO
reHes3a, CpeHeit CTerneHu TsKecTU. XPOHWYECKUI TTaHCHU -
HYCUT, THOWMHBIN puHUT. [TaHyBeuT 060MX a3 (paspere-
Hue). [lepeHeceHHbI TSDKENbI TICEBIOMEMOpPAHO3HbIN
KOJIUT, OCTPBIIi TeMOpparnyeckKuii (3po3uBHbBIN) racTpuT,
OCTPBIII B3KCCYIATUBHBINA TEePUKAPAUT 0O€3 TaMITOHAIbI
C HEe3HAYUTEJIbHBIMU U3MEHEHUSIMU CEPIACUYHOM MBIIIIIbI.
XpoHuyecKasi cepiaeuyHasi HeIOCTaTOYHOCThb, (YHKIIM-
OHaNbHBIN Kjacc 2. [lepeHeceHHBI OCTpPbI THOWHBIN
CpeoHMII JIEBOCTOPOHHUI OTUT. ['emaTuT cMelmaHHOM
9TUOJIOTUU (ayTOMMMYHHBII, TOKcUuyeckuii). HapymieHue
TCUXO-peueBoro pasButus. PaccrpoiicTBo mpucrocoom-
TeJIbHBIX peaklnii (rocnuTaiu3Mm). benkoBo-3HepreTnue-
cKasl HeJIOCTaTOUHOCTD 2-i1 CTETIeHMU.

00cyxaeHue

Cunnpom KaOyku mnpeacraBisieT cOOON KIMHUYE-
CKM pacrio3HaBaeMbIii CUHAPOM, CBSI3aHHBII C OJHUM
W3 MAaTOTeHHBIX BapraHTOB B TeHax KM T2D vinu KDMG6A.
B 2019 r. ony6inKoBaHbl MeXITyHApPOIHbIE AUATHOCTH-
Yyeckre KPUTEepUU, KOTOpbIE MpPenrnojiaraloT, YTO OKOH-
yaTeJIbHbIM JTMAarHo3 MOXET ObITh TOCTaBJIEH Yy 4eJo-
BeKa JItoboro Bo3pacta ¢ MH(hAHTUIBHON TUMOTOHUEH,
3a/Iep>KKOM pa3BUTHUSI U/WJIM YMCTBEHHOM OTCTaJOCThIO
B aHaAMHEe3€ 1 OJJHUM WJIU 000MMU U3 CIIEAYIOIIUX OCHOB-
HBIX KpUTEepHEB: 1) HaIMUKMe TaTOreHHOTO WJIM BEPOSITHO
MaToreHHoro BapuaHTa B reHax KMT2D vimu KDMO6A,
2) TUTIMYHBIE NUCMOp(UYECKHEe YepThl, BbISIBJEHHbIE
B TeYEHME XM3HU TalueHTa. TUnuuHbie aucMophu-
YyecKMe TPU3HAKKM BKJIOUYAIOT JIJIMHHBIE TJIa3HbIC 1IN
C BBIBOPOTOM JIaTepaJIbHOM TPEeTH HWXKHEro BeKa U JBa
uim GoJiee 13 CAenyIIMX MTPU3HAKOB: 1) 1yroodpasHbie
U IIMPOKME OpPOBM C BBIEMKOW WM PEIKOCTBHIO JaTe-
paIbHOW TpeTu; 2) KOpOoTKasi Kojymesla (MSITKOTKa-
Hasl TepeMbluKa MeXXIy HO3IPSIMU, COCTOSIIIAs U3 KOXU
U MeAuaJbHBIX HOXEK XpsIlieil KpbLUIbeB) C BOABJIEH-
HBIM KOHYMKOM Hoca; 3) Oousbliue, aedopMupoBaH-
HbI€, BBINYKJIbIE WM YallleBUIHbIE YIIU; 4) BBIMYKIIbIC
(dbetanmpHbIe) TTOAYIIIEYKH TTabieB [16]. ¥ 44—86% nuir
¢ cuHapomoM Kabyku oOHapyKMBalOTCS pelUIUBUAPYIO-
mue MHQPEKIUU 1 aHOMaJ I UMMYHUTETA, TIPEXIIe BCETO
runorammariiooynmmaemust 14, 17, 18].

3anepxkka ¢usnueckoro passutusi. Ha ¢one Bbipa-
JKEHHOM TUTOTPOMUUM M TSKEJIOTO0 COCTOSIHUSI Taliu-
eHTa TIepBOHAYaJbHO HE ObLIM OTMEUYEHbI TUITUYHbBIC
Mopdosiornyeckre TpPU3HAKM JTaHHOTO 3a0oJeBaHUs,
KpoMe cJieTKa YUIMHEHHBIX TJIa3HbIX e, UCTLIaCTh -
YeCcKMX YIIHBIX pakoBUH W Mukpouedanuu. o 1 roga
TICUXOMOTOPHOE pa3BUTHE pebeHKa, ero pOCTOBECOBbBIC
rnoxasaresiv ObLJIU B HOpME.

B nuteparype mpakTUUECKM OTCYTCTBYIOT OTMCa-
Hust cuHapoMa Kabyku y nereii paHHero Bo3pacra,
a uMelolrecs 0a3uMpylOTCs Ha HaJIMYUU XapakKTep-
HBIX JJIs 3TOTO CUHApOMa (paluaibHbIX H3MEHEe-
HUW W TIOJIOXKUTEJbHOM pe3yjbTaTe TeHEeTUYeCKOTO

ncciaenosanud [9]. Panane HaOmomeHnuss GU3NIeCKUX
XapakTepucTuK Npu cuHapome KaOyku, mpoBeneHHbIE
N. Niikawa u coasr. [19], BbIIBUIN, UTO Macca U JJIMHA
TeJia TIPU POXKJACHUM ObUITM HOPMAaJbHBIMU C TIOCIIEIY-
IolIeil 3amepXKOi pocTa B MOCTHATaJIbHOM TepUOJIE.
3anepxKa pocTa, yBeJIMUeHMe MacChl Tejia 1 MpoOJieMbl
¢ IUTaHueM HabmogamTes y 2/3 OOJbHBIX C CUHAPO-
moM Kabyku u (popmupytorcst Ha 2—4-M rogax KU3HU.
TTocTHaTanbHag 3agepkkKa pocta orMeueHa y 50—70%
MalMeHTOB, OMUCAHHBIX B TMOCJIEAYIOIINX MCCIea0Ba-
HUSIX, HE3aBUCUMO OT 3THUUYECKOU MPUHAIIEKHOCTH,
TOorAa Kak cjiydyau MpeHaTaJbHOM 3a1epKKU ObLIN a1 -
HUYHBIMU 1 HAOJIOJAJIMCh B MEHBIIMHCTBE aHAJIU3U-
pyeMbIx ciaydaeB [17, 19]. B 0630pe, 00beIMHUBIIEM
manHble 1o 300 mammeHTaM, MX pOCTO-BECOBBIE ITOKa-
3aTeJu TpU POXIEHWW M 10 Bo3pacta | roma Haxo-
IWINCH B Tpeaejax HOPMBbI, OJHAKO C TepBOro rojaa
KM3HU 3HAuyuTeNbHas 3aJepXKa pocTa oTMeuanach
y 75% nauyenTtos [20].

Mexanusm ¢hopMUpPOBaHUS TUTIOTPOGUU U TUTIOCTA-
TYpHI y TTAIIMEHTOB ¢ cuHApoMoM KaOyku HeoTHO3HAYEH.
VY enMHWYHBIX MAllMeHTOB BBISIBISIETCS NePUIIMT coma-
TOTPOITHOTO TOPMOHA, OJHAKO B OOJILIIMHCTBE CJyyaeB
BJIMSIHYE OKa3bIBaeT KOMILJIEKC (DAKTOPOB, BKITIOUAIOIINIA
reHeTnueckue (hakTopbl, HEUPOTICUXUIECKUI NepUIIUT,
peuuauBUpylole HH@eKImu, ractpos3odareaibHblit
pedIoKCe, CUHAPOM MajbadcopOInm Ha (oHe UMMY-
Honedwuimra [1, 20]. [TpuumHOIl OTCYTCTBUSI TUMTUYHOM
KJIMHWYECKOW KapTWHBI y TallMeHTa M3 MpeaCcTaBlIeH-
HOTO KJIMHUYECKOTO CJiydyasi MOXET ObITb OCOOEHHOCTh
nposiBieHus1 cuHapoma KaOyku Tipu JaHHOM Briep-
BbI€ BBISIBJICHHOW TOYeuyHOW MyTauuu B reHe KMT2D.
B a1y KoHIEMNIMIO yKJIaabIiBaeTcsl HOpMajibHOE (BU3U-
yeckoe U TICUXOHEBPOJOTUYECKOe pa3BUTHE pebeHKa
mo 12—14 mec, OTCYTCTBHME THMITIOTaMMAarjioOyJIMHEMUN
npu BeipaxkeHHOM aedunute Treg u NK-xierok n mim-
TeJIbHOE COXpaHEHME XOPOIIEro OTBETa Ha BaKIIMHAIIIO
MpoTUB reraruta B.

Penunusupyomue uHdeKuMM M HMHTEPCTHIMAb-
HOE TOpa)keHWe JIeTKMX. Y TAllMEHTOB C CUHIPOMOM
Kabyku yacto uMeeTcst oBbIllIeHHAsI BOCIPUUMYUBOCTD
K MHMEKIMAM BEepXHUX U HIKHUX IbIXaTeTbHBIX MyTeH,
CBsI3aHHAasl KaK C aHOMaJIMUSIMU DPa3BUTHUS, TaK M TIpe-
K€ BCETO € BPOXACHHBIM UMMyHonebuuutToMm. OmgHoM
U3 KJTIOYEBBIX 0COOEHHOCTel cuHapoma KaOyku siBiisi-
eTCsT PeLUANBUPYIOLINI OCTPBIit cpeaHuii oTuT (10 100%
B HEKOTOPBIX MCCIIETOBAHUSIX) 1, KaK CIeACTBUE, HEOO-
XOIMMOCTh TIOBTOPHOI aHTMOAKTepUaIbHOW Tepanuu
[9, 14, 17, 21]. Kpome Toro, y 3—25% mnanumeHTOB OMNu-
CaHO pa3BUTHUE DAaKTepUaATbHOM THEBMOHUM, B TOM YKCIIE
Ha ¢oHe aHoManuit pa3BuTus 6poHxoB [17, 21]. ¥ nan-
HOTO TaleHTa 3a00JeBaHe MAaHUMECTUPOBAJIO C PE3U-
CTEHTHOTO K Tepanuu aHTMOMOTUKAMU THOMHOTO OTUTA
1 KOHBIOHKTUBUTA, PEUUINBUPYIOIINX B TeUeHUE 6 Mec.
BriocnenctBuu peGeHOK ObLI TOCTIUTAIU3UPOBAH C JBY-
CTOPOHHUM MOPaXXEHUEM JIETKUX, OITMOOYHO TTPUHSITHIM
3a aTUMUYHYIO TTHEBMOHMUIO, BBI3BaHHYI Mycoplasma
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pneumoniae. JInarHO3 MMKOTUTa3MEHHOW TTHEBMOHUU
0a3upoBajcsl Ha JUIUTEIbHOM aHaMHe3€ BOCHAIUTENb-
HOTO TIpoliecca, peHTTeHOJOTMYeCKO KapTuHe (peHTre-
HOTpaMMa B TIPSIMOI TIPOEKIINM), HEUTPO(DUIBHOM JIeii-
KOILIMTO3€, MOBBIIIIEHHOM YpoBHe C-peakTUBHOTO Oejika
U TIOJIOKUTESIbHOM TUTpe IgM K maHHOMY BO30OYIUTENIO.
OTCyTCTBUE TMOJIOXKUTEIbHOM JUHAMUKM T10 pPEHTre-
HOTpaMMaM, COXpaHeHHWe JIEHKOLIMTO3a, HECMOTpSs
Ha HopMasin3aluoo ypoBHsT C-peakTUBHOTO Oesika U HOp-
MaJIbHOTO YPOBHSI MPOKAJIBLIMTOHWHA 00YCIOBUIIO HEOO-
XOJIVMMOCTb BBITIOJTHEHUSI KOMITBIOTEPHOU ToMorpaduu
JIETKUX, MIPU KOTOPOI BBISIBIIEHBI MMPU3HAKU T'paHyJIeMa-
TO3HOTO JTUMMOIIMTAPHOTO UHTEPCTUIIUAIBHOTO 3a00J1e-
BaHus jerkux (GLILD), mepcuctupoBaBiiiero Ha mpo-
TSDKEHUU BCEro repuona HaOMOJeHUs 3a TallMeHTOM.
I'panynemato3Ho-nmuMdoIIMTapHAsT WHTEPCTULIMATbHAS
00JIe3Hb JIETKUX — PEeIKOoe TsKeaoe HEMH(EKIMOHHOe
rmopaxkeHue JIeTKMX, CBS3aHHOE C OOIIMM Bapuadesb-
HBIM UMMYHOIE(PUIIMTOM, KOTOPOE OMKUCAHO Y B3POCIIBIX
naureHToB ¢ cuHapoMoM Kaoyku [14, 15, 22].

B Hacrosiiee Bpewmsi, XOTsI TaToreHe3 rpaHyjiemMa-
TO3HOTO JIMM(OLMUTAPHOTO WHTEPCTULIMAIBHOTO 3a00-
JIEBAaHMSI JIETKMX ellle JajieK OT MOHWMAaHMSI, eT0 MOXHO
paccMaTpuBaTh KakK TIpOSIBJIEHWE WMMYHHOW aucpe-
rynsiuun [23]. JIis moATBepXXASHMSI 3TOrO JTMarHosa
TpedyeTcss KOMITbIOTEpHAasi ToMorpacdusi OpraHOB Tpy/I-
HOI KJIETKM, TIpU KOTOPO OOHapY:KMWBAIOTCS COJIMI-
HbIe Y3€JKM, PEeTUKYJSIpHbIE W3MEHEHUs, 3aTeMHEHHe
10 TUITY MAaTOBOTO CTeKJia, BHYTPUTPYIHAS W/UIN MEIU-
acTuHanbHasl tuMdbaneHonaTus [23]. Hns okoHYaTelb-
HOW JMAarHOCTUKM TpeOyeTcsl TpOBeAeHUE OUOICun
JIETKOTO. Y TMpeaCcTaBIeHHOTrO MalueHTa TMpu OpOHXO-
CKOITUY He OBIJIO BBISIBJIEHO UBMEHEHUH CIM3UCTON 000-
JIOUKM OpPOHXOB, a TpU OPOHXOATBBEOJISIPHOM JIaBaxe
OOHapyXeHbl eIUHUYHbIE JTUMMOIUTHI U HEUTPODUIIBI.
Hanuyue wummyHomeduiuTa, JIMTENIBHOE OTCYTCTBUE
IUHAMUKA TIO0 JaHHBIM TOBTOPHON KOMIIBIOTEPHOM
ToMorpaduy ¢ XapaKTEPHBIMU  PaTUOJIOTMUYECKUMU
npu3HakaMu Au(dy3HOro MopakeHus TKaHU JIETKMX,
a TakKxXe pe3yJbTaTbl OMOINCHU TKaHU JIETKOro TIOf-
TBEPKIAIOT AMArHO3 TpaHyJeMaTO3HO-TUMQPOIIMTapHOMI
MHTePCTULINAIbHOM 00J1e3HM JleTkux. Kpome Toro, ooHa-
pyXeHue MacCUBHOI nuMGOLMTapHON WHOWILTPAIIUN
CIIM3UCTOM OOOJOUKM KeNyaKa, IBeHaJlaTUTIEPCTHOMN
U TOJICTOM KWIIKW TakXXe MOXET CBUIETEIbCTBOBATh
0 Pa3BUTHUM y MAlIMEHTa UMMYHOOIIOCPEA0BaHHOM MaTo-
JIOTMHU, O0YCIOBIMBAIOIIEH IJTUTEbHOE TeUeHNE TTaToJI0-
TMYECKOTO ITpoliecca He TOJIBKO B TKaHsIX jierKoro [17].

Hapymienus ¢yHkuum xenya04YHO-KMIIEYHOTO TPAKTA.
Y mnauuenTta B Tiepuoi TipeObIBaHUsI B CTallMOHape
HaOJIIoIasICs TSKEbI racTpoa3odareanbHbIil pediokc,
COTIPOBOXAAIOIIMICS ~ TIEPUOAUYECKUMU  3TMU30/1aMU
acrnupaluy, CHXKEHUEeM HaChIIIEeHUS KPOBU KHCIIOPO-
IIOM, KalluleM, pe3KuM yxyIalleHueM coctossHusi. OauH
U3 BMU30/I0B TOTpeOOBal MHTYOALIMM W TIPOBEACHMUS
KPaTKOCPOYHOI HCKYCCTBEHHOW BEHTWISILIUW JIETKUX.
Henb3st UCKIIIOUUTD, YTO MOBTOPHBIE 3MU301bl acTUpa-

KJINMHUYECKUE CJT1YHAU

1LIMM BHECIU BKJIaJA B (popMUpOBaHME OPOHXOJIETOYHOM
natonornu. lactpos3odareanbHbIl pedaIOKC BCTpe-
YyaeTcs y MalueHToB ¢ cuHapoMoM Kabyku B 37% ciy-
YyaeB ¥ MMeeT TeHICHLIMIO K PE3UCTEHTHOMY U TSKEJIOMY
TeueHuto [1]. OTMeueHo, YTO TSIKeNblii racTpos3odare-
aJIbHBIN pedtoke nmpu cuHapome Kadyku MoxxeT mposiB-
JISITBCS peLMAMBUPYIOIIeH acTiMpanueii, MpuBoAs K KUC-
JIOPOHOM 3aBUCUMOCTU 1 XPOHUUECKOMY 3a00JIeBAaHUIO
nerkux [17, 21].

Bpoxnennbiii  ummyHoaeduuut. i maunueHTOB
¢ cuHapomoM KabOyku xapaktepeH MMMyHoaehu-
LIUT pa3IUYHOM CTEMEeHM TSKECTU, TIPOSBISIONINIACS
B OCHOBHOM TMITOraMMarjioOyJIuHEMHUEN U OTCYTCTBUEM
OTBeTa Ha BakumMHauuioo. bomee yem y 80% manueHTOB
¢ cuHapomoMm KaOyku B KpoBM HaOJIOmaeTCsl TOHM-
JKeHHBIM WM JIaXe HeorlpeaessieMblii ypoBeHb IgA;
Hu3KMi1 ypoBeHb IgG u IgM Habmomaetcs moutn y 50%
nauueHToB [14]. CodyeTaHHasi TUIIOramMmaryoOyJIuHe-
must umenach y 35% OonbHbIX [17]. AHOManuu Kie-
TOYHOTO 3BEHa MMMYHMTETa OIMCAaHbl 3HAYUTEJIbHO
pexe. Tak, cHmxeHue ypoBHss CD4+ ormeuanoch y 1
n3 13, a CD8+ — y 1 u3 5 maumeHTOB ¢ CMHIPOMOM
Kabyku [12, 16]. M. Shah u coaBrt. [24] He BBISIBISUIM
KOJIMYECTBEHHBIX HapylleHuir B momymsuusx T-, B-
n NK-kietok y 9-mecssuHoro mnamueHTa ¢ CUHIPOMOM
Kabykn M cComyTCTBYWOIIMMU HapylUIEeHUSIMU pUTMa
cepaua u runorammaryiooyamHemueit IgA u IgG.

VY npencraBiieHHOTO NallMEHTa, HATPOTUB, HE HA0JII0-
JaJoCh TUMOTaMMarjoO0yJIMHEMUM, KOJUYEeCTBEHHOTO
WIM KadyecTBeHHOro aeduimra B-numdbouuTos, o yeM
CBUETENILCTBYIOT WX TOJMKIOHAJIBHOCTh M COXpaHe-
HUE aIeKBaTHOTO aHTUTEJILHOTO OTBETAa Ha BaKIMHAIIWIO
MpOTUB TrernaTuTa B, mpoBeaeHHYIO B paHHEM BO3pacTe.
HesnauurtenbHOe TIOBBIILIEHHWE KOJMUYECTBA  3PEJIbIX
B-xnerox un momnynsuuu B-numdonmTtoB ¢ MMMyHO-
denoruniom CD19+CD20— MoxkeT ObITh OTpakeHUEeM
IUJTATEJIbHON TUTIepCTUMYJISIIMM Ha (oHe WHDeKIr-
OHHOTO TIpoliecca. DTOT (GakT U PoJjb JTaHHOW TOIYJIsI-
LIMY HYXIAIOTCS B JaJIbHENIIIEM U3YyYeHUU. Y TallueHTa
BBISIBJIEHO TIOJTHOe oTcyTcTBUe T-perynsitopHbix (Treg),
HopMmasibHBIX 3 dekTopHbix NK KieTok m 3kcrpeccuu
OeTa-uHTerpMHa Ha HelTpodunax. JlaHHbIE U3MEHEHMUSI
He OMucaHbl paHee B JMTepaType, HO BIIOJIHE 3aKOHO-
MEpHHBI.

A.W. Lindsley u coaBt. [25] cooOmaioT o CHUXe-
HUM KoJinuecTBa B-KiIeTOK MamsiTM C TepekoyeHueM
knaccoB (IgM-, IgD-, CD27+) no cpaBHeHUIO C KOH-
TposieM y 63% manueHToB ¢ MyTalusiMu B reHe KMT2D,
Mpu 3HAYUTETLHOM YBEJIWYEHUU YPOBHSI B-kjeTok
CDI19+CD21°. 3t paHHBIE YKa3blBalOT Ha TO,
YTO Yy MHOTMX MAIIMEHTOB ¢ cuHApoMoM Kabykm HabI0-
JaeTcsl aHOMaJlbHasi TepMUHaIbHasT nUddepeHInpoBKa
B-xnerok. Hedunmt kimetok Treg MoXeT OBITH CBs3aH
¢ oenkamu Komruiekca COMPASS, koTopbie CrocoOHbBI
SMUTEHETUYECKU PeryJIupoBaTh 3KCIpeccuto Oeyka
FOXP3, Bausitoniero Ha auddepeHInpoBKY HaWBHBIX
T-xnetok CD4+ B knetku Treg [26]. [TaToreHHBIe Bapu-
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aHTBl B reHax KMT2D win KDM6A MoryT TIpUBOAWTH
Kk nuchynkuun FOPX3 u, cienoBarebHO, K HAPYIIEHUIO
TOJIEPAaHTHOCTU T-KIJIETOK, YTO MOXKET OBITH MEXaHU3MOM
ayTOMMMYHHOTO (eHOoTHIa, HabII0maeMoro TMpu CHH-
npome Kaoyku [27].

AyrouMMyHHble Hapymienus. OcTaeTcsl HESICHBIM
CTOKOE M30JIMPOBAHHOE MPEBBIIIEHNE HOPMBI Y TTalli-
eHTa aKTUBHOCTU TpaHcamMuHa3 B 10 pa3 u Gosee, KOTO-
poe He KOPPETUPYeT C TSKECThI0 KITMHUYECKOTO COCTOSI-
HUSI, BBIPAXXEHHOCTBIO BOCIAJIUTENBHOTO CUHIPOMA
WM TIoyvYaeMoi Teparnueid. [ernaroounrapHbie aHOMa-
JINM, aTpe3usl KeTYEBBIBOISIINX MMyTel, (Grudpo3 meyeHu
U CKJIEPO3UPYIOIINIA XOTaHTUT ObLTN 3aPETUCTPUPOBAHBI
y 2—21% maumenToB ¢ cuHapomoMm Kabyku. Crenu-
(uyeckass >THONOTUSI, TATOGU3UONOTUST U KIMHUYE-
CKOE TeueHHe TUIepOMINpyOMHEMUH Yy 3TUX TAlleHTOB
B KOHTeKcTe cuHapoma Kabykum ocTaioTcsl HeSCHBIMU,
MOCKOJIbKY HE yIaJ0Ch BBISIBUTDH 00111eT0 (haKTopa MeXIy
KIMHu4Yeckumu ciydasmu  [28]. TlopaxkeHue TKaHU
MeYEeHU MOXET UMETh UMMYHOJIOTUYECKYIO OCHOBY, OCO-
OEHHO €CJIM y4ecTb, YTO OoJIbHbIE cuHIApoMoM Kabyku
YacToO CTPaAaloT IPYTMMU ayTOMMMYHHBIMK 3a00JIeBaHM -
sIMU, KOTOpBIE pa3BuBaioTcd B 23—55% cnyuaes [14,18].
Hecmotpst Ha TO 4TO YpOBEeHb OMIIMPYOUMHA W IETOYHOMN
¢ocdaTazbl COOTBETCTBOBAIN BO3PACTHON HOPME B TeUe-
HUE BCEro rnepuojaa HaOMIOAeHUS], BOSMOXHO, B TIpei-
CTaBJIEHHOM KJIMHUYECKOM CJTydae MMeeTCsl HavdaJbHbI
MepUoa  TPOTPECCUPYIONIETO IeCTPYKTUBHO-BOCTIATM-
TEJBHOTO TIpollecca ayTOMMMYHHOTO TeHe3a, KOTOPbIit
BIIOCJIEICTBUM TPaHC(HOPMUPYETCS B XOJECTaTHUYECKOE
3a00JIeBaHUE TTEUCHU.

HeBpoaormyeckue HapymieHus. YMCTBEHHasi OTCTa-
JIOCTh, TICUXOMOTOpPHAsI 3aTOPMOKXEHHOCTb, TTPOSIBJICHUS
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