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Ha KOHKpeTHOM KJIMHMY€ECKOM NpHMepe 00JIbHOI ¢ MepBHYHBIM UMMYHOAe(GHINTOM — cHHAPoMoM Jlu JIKOpKH — MPOIeMOHCTPH-
POBaHBI CJI0KHOCTH CBOEBPEMEHHOIi TMArHOCTHKM U BbIOOPA J1e4eOHOIl TAKTHKY Y JAaHHO# KaTeropuu 00/bHbIX. Ilopaxkenue gerkux
Y HUX YaCTO SABJSETCS €IMHCTBEHHBIM MPU3HAKOM OCHOBHOTrO 3200sieBaHusA. Oco00e BHUMAHUE yleJeHO COBPEMEHHbIM KPUTEPHSIM
JTMATHOCTHKH (B TOM YHCJie TeHETHYECKHUM), MIOAXO01aM K JIeYEHHIO U MPOrHO3Y Y 00IbHBIX ¢ cuHApoMoM Jlu JIxKopmku.
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This specific clinical example of a female patient with DiGeorge syndrome, a primary immunodeficiency disease, demonstrates dif-
ficulties in its timely diagnosis and in the choice of treatment policy in this category of patients. Lung injury in them is frequently
the only manifestation of the underlying disease. Special attention is given to current diagnostic criteria (including genetic ones)

and approaches to treatment and prognosis in patients with DiGeorge syndrome.
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HoaneHne JIETKUX TIPU TIEPBUYHBIX UMMYHOIEMU-
UTax y JIeTeil 3ayacTyr ObIBaeT OJAHWUM U3 paH-
HUX W Ha TIEPBBIX TTOpax eIWHCTBEHHBIM TPOSIBJIEHUEM
OCHOBHOTO 3abosieBanus [1, 2]. MHoroo6pasue KIMHU-
YEeCKMX CUMITOMOB M OTCYTCTBME YETKUX JUArHOCTHUYE-
CKMX MapKepoB HEpelKO MPUBOAAT K MO3AHEH IUarHo-
CTHUKE MePBUYHOTO UMMYHOIeUITIMTa U (DOPMUPOBAHUIO
HeoOpaTUMBbIX UBMEHEHUH JIeTOUHOM TKaHu [3, 4]. Mex-
Iy TEM CBOEBpEeMEHHasl AMAarHOCTUKa W PaHHSSI aKTUB-
Hasl JieueOHasi TaKTUKa IMO3BOJISIIOT HE TOJIBKO JIOCTUYb
CTabUIN3aLIMK COCTOSTHUSI, HO 1 M30eXaTh CTPYKTYPHBIX
HapylIeHU 1 TIPeIoTBPaTUTh MIPOTPEeCcCUpoOBaHME 3a00-
JIeBaHUsI.

B kauecTBe mpuMepa NpPUBOAMM HCTOpPUIO 00JE3-
HU TallMeHTKu A., KoTopasi B Bo3pacTe | romga mpoxo-
nuia oOcieoBaHUE B Halledl KIMHUKE B CBSI3U C Xa-
Jjo0aMM Ha OMBIIKY M PEUUJAUBUPYIOIINE MTHEBMOHUU
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(B anamHe3se). [leBouka Obljla TOCIIMTAIM3UPOBAHA C 1ie-
JIBIO YTOUHEHUST TMarHo3a U oaoopa Teparum.
Knunnyeckoe HaOmogenne. 3BeCcTHO, 4TO JeBOY-
Ka pPOAMIACH OT MOJIOIBIX POMUTENEH, CUMTAIOIINX CeOs
3nopoBbiMU. CeMelHBINI aHaMHe3 OTATOIIEH: Yy TeTH
MO0 MATepPUHCKOW JTMHUU — BPOXKIECHHBIN MOPOK CEpI-
na (aedexrT MeXxOKeIyTouKOBOW Meperopoaku), y Isau
1O OTIIOBCKOM JTUHUU — PACCESTHHBIN CKIIEpO3, ATy~
Ka IO OTILIOBCKOW JIMHUM yMep OT paka Jierkux. Pebe-
HOK OT TIepBOii 6epeMeHHOCTH, TIPOTEKAaBIIei ¢ yTpo30it
MpepbIBaHUS Y TOKCMKO30M B | TprMecTpe; MHOTOBOIM -
eM, TIpeXIeBpPEeMEHHBIM CO3peBaHMEM TUTALICHTHI M 3a-
NepkKoit BHyTpuyTpoOHOoro paszputus B III Tpumectpe;
OT TIPEXKICBPEMEHHBIX OIEPATUBHBIX pPOIOB Ha 36-ii
Hezesne B CBSI3U ¢ OCTpoit achukcueit roma. Pomunach
¢ maccoit Tena 2000 1, jinHON — 44 cM, OLIeHKa 10 IITKa-
Je Anrap 5/6 6amnos. [lpy pokaeHUM TUarHOCTHPOBa-
HBI CUHIPOM IBIXaTeTbHBIX PACCTPOWCTB, AbIXaTeIbHas
HEIOCTaTOYHOCTh 2-W CTENeHW, CUHIPOM YTHETeHUS
LHHC, oOmwuii OoTeyHbIt CUHAPOM, HETOHOIIEHHOCTD.
B teuenue 12 4 Haxoaugach Ha UCKYCCTBEHHON BEHTHU-
JIAIUU JIETKUX, B TTOCIEAYIONIEM B TeUeHHE 2 HeJl CoXpa-
HsIJTach KUCJIOPOA03aBUCUMOCTh. Ha 4-e cyTku XuzHu
nepeBefieHa B OTIeJeHWe HeJOHOIIEHHBIX, Tlie HaXOMu-
JIach C IMarHO30M IiepeOpajibHas uiIeMus 1-if cTerneHu,
CUHIPOM MBIIIEYHON TUCTOHWU, BHYTPUKEITYIOUKOBOE
KPOBOM3JIUSHUE ClieBa 1-if cTereHu, HeAOHOIIEHHOCTh
36 Hem, OOIIMI OTEYHBIA CUHAPOM 1—2-if CTereHwu,
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MopdodyHKIIMOHAIbHAS HE3PEIOCTh, 3a/Iep>KKa BHYTPU-
YTPOOHOTO pa3BUTHSI 2-i1 CTETIEHU; MoJTyyaia KOMIIJIEKC-
HYIO Teparnuio; BbilucaHa Ha 20-e CyTKW XXU3HU B YIOB-
JIETBOPUTEILHOM cocTossHuM. [lo 4 Mec Xu3HM pocia
U pa3BMBajach Mo Bo3pacTy. B cBsI3W ¢ OTATOIIEHHBIM
repuHaTaJbHBIM aHAMHE30M He TpUBUBaJach (MeIOT-
Box 1m0 6 Mec). BeITOBOIT aHaMHe3, CO CJIOB POAUTENEH,
HE OTSTOIIEH.

B Bospacte 4 Mec BnepBoie nepeHeciaa OP3; Ha 5-e
CYTKM B CBSI3U C (DEOPUIIBHOIM TEMIMepaTypoil B TeUeHHe
3 naHelt HaxomwiIack B cTalMoHape ¢ auarHo3om OPBU,
NUCOMO03, MBIIIEYHasl TUCTOHUS, aHEMMST 1-i CTeTeHMU.
Yepes Heaeno mociie BHIMUCKK AeBOYKa Obljla TOBTOPHO
TrOCTIMTAIN3UPOBaHA B TSIKEJIOM COCTOSIHUM B CBSI3U C (e-
OpUJIBLHOI TeMIepaTypoil, BIpaXKeHHOM OJIBIIIIKON U UH-
TOKCHUKAIIMEH; PEHTTeHOJOTUYECKM Oblda JTMarHOCTH-
poBaHa IPaBOCTOPOHHSISI BepXHEHoJIeBasi MHEBMOHMSI.
Criycts Hefielio JiedeHUsT B CTallMoHape Ha (poHe OoTMe-
Hbl aHTUOMOTUKOB BHOBb OTMEUYAJIOCh MOBBIIIIEHUE TeM-
neparypbl 10 (GeOpuabHbIX (P, HapaCTaHUE OJBIIIKU
1 nHTOKCUKaLMuU. [1o TSKeCTu CoCTOSTHUS IeBOYKa ObLia
repeBe/ieHa B OT/EJeHUe peaHWMalluu U MHTEHCUBHOM
Tepanuu, TAe HaXoaujJach B TeUeHHE Mecslla ¢ AUarHo-
30M: JIEBOCTOPOHHSISI BEpXHEI0JIeBasi THEBMOHMUST TsIXKe-
sioro TeuyeHus. [lpu kommblotepHoit Tomorpaduu (KT)
JIETKUX ObLIO 3aroj03peH0 TeYeHUe AeCTPYKTUBHOM
ITHEBMOHMU B BepXHeii goJie cieBa. [1o aTomy mosony ze-
BOYKa ObLTa KOHCYJBTUPOBAHA TOPAKaJIbHBIM XUPYPTOM
npod. A.FO. PasyMOBCKUM, OJTHAKO AECTPYKIIMS HE TIOM-
TBEPAUJIACH U OT XMPYPTUUECKOTO JIeUeHUsI ObLIO peleHo
Bo3zepxatbes. Torma ke Ha KT rpymaHoii KjaeTku Brep-
BbIe OblJIa OOHapyXeHa MPaBOPACITONIOXEHHAs Iyra aop-
Thl. [Ipy OPOHXOCKOTIMM IMArHOCTMPOBAHA JIApDUHTOMA-
JIsiuMst, TUcYHKUIMST TOpTaHU, (papuHTOIapUHTAYECKUI
pedmoke; Tipu  0AKTEpUOJOTMYECKOM HCCIIeTOBaHUN
JIAaBaXXHOU KUIOKOCTU BBIIBIEH pocT Candida albicans
U TEMOJIMTUYECKOTO CTPENTOKOKKA B YMEPEHHBIX TUTPaX.
B xone oGcnenoBaHusT ObUIM UCKITIOYEHBI HOCUTETHCTBO
ONMOPTYHUCTUYECKUX MH(DEKIIMIA, BUPYCOB TPUIITIA, ajie-
HOBHMPYCOB, BUPYCOB Iaparpurina, MCKJIt4aanch CETCUc,
NeDULUT 0, -aHTUTPUTICMHA, MYKOBMCIIMIO03, TYOEpKy-
Jie3, MTHBa3UBHbBI MUKO3.

B xnmHMueckoi KapTuHe Ha (DOHE MacCCUBHOI aHTH-
OakTepuaIbHOM Tepanmuu COXpaHSJICS CTOMKUiA cyOde-
OpUJIUTET, BbIpa’k€HHasl ONBIIIKA M CHUMIITOMBI MHTOK-
cMKalliM, a TIpu npoBeneHUn KoHTpoJibHON KT nerkmx
ObUIM BBISIBJIEHBI JIBYCTOPOHHUE OvYard WHQUIbTpALUU
¢ TEHJEHIIMe! K pacrany. 3HaUMMOTO YIyJIIeHUs] COCTO-
SIHUSI yIaJI0Ch JOCTUYb TOJIbKO Ha (DOHE TMOIKITIOYEHUS
AHTUMMKOTHYECKOU Tepanuu (daokoHason). JeBouka
ObLIa BBIMIMCAHA U3 CTallMOHapa depe3 2,5 Mec JieYeHMUsI
C IMarHO30M: JIBYCTOPOHHSISI TIOJIMCerMeHTapHasi MHEeB-
MOHMSI, OPOHXO0OCTPYKTUBHBIN CUHIPOM, JbIXaTeTbHAasT
HEIOCTaTOYHOCTh 2-1 CTEMEeHM; KaHAWI03 KOXU U CIIU-
3UCTBIX 000JIOYEK; MPABOPACITOIOXKEHHAS qyTra TPYIHOTO
oT/Ie1a A0PTHI.

B mocnenyroiemM 1o TSKECTH COCTOSTHUSI peOeHOK

OPUINHAJIbHBIE CTATbU nyJibMOHOJ10rnsi

JUTUTENIBHO HYXKIAJICS B TTOBTOPHBIX KypcaX aHTHOAKTe-
pUabHON Teparu B COYeTAaHUU C PUEMOM aHTUMUKO-
TUKOB, TIPY TIOTTBITKAX OTMEHBI JIeYeHUSI BO3OOHOBIISUTUCH
cybdebpuauTeT 1 ofbiKa. B Bo3pacte 6,5 Mec neBouKa
Obuta KoHcynbTMpoBaHa mnpod. HO.JI. MwusepHULIKUM
un HayuyHbiMu cotpynHukamu HUKW nenmnatpuu. [Mpu-
HUMas BO BHUMaHHWe aTUITUYHO TSIKENIOe, 3aTsSKHOe Te-
yeHWe 3a00JIeBaHUsI, COIMPOBOXAAIOIIEECS CTOMKUMM
n3meHeHussiMu Ha KT nerkux, ObLI0 MpeAIonoxXeHo Ha-
JINYME WHTEPCTULIMATBHOTO TIOPasKEHUS JIETKUX, B CBSI3U
C YeM B Teparuio ObUTA BBEJEHbI MHTAJISILIMU OyIecCOHUIA
(500 mkr/cyt) u arpoBeHTa (Mo MOTpeOHOCTU) Ha (oHE
MPONOJIKEHUST aHTUMUKOTUYecKoli Tepanuu. Ha ¢one
JIeYeHUsl B TeUeHUe 5 Mec Obljla TOCTUTHYTa CTaOUIn3a-
UST COCTOSTHUST: 0OOCTPEeHMII He OTMeuajoch, 1—2 pasa
B MecsI1I BO3HUKaJIa OfIBIIIKA, KYyITMPOBaBIIAsSICS OPOHXO-
JINTUKAMU, XPUTIBI B JIETKUX HE BBICTYIITUBAINCH; IICUX0-
MOTOpPHOE U (pU3NYECKOe pa3BUTHE He CTpamaio. B Bo3-
pacte 1 roma IjisT YTOYHEHUS AMATHO3a U OTMpeAeSICHHS
JaJbHEWIIel Teparny JeBoYKa Obljla TOCITUTATN3UPOBa-
Ha B otaesieHue nyabmoHonorun HUKHW nennatpun.

IMpu MoCTyIUIeHUM B KJIMHHMKY COCTOSTHUE CpeaHei
TSIKECTH 0 OCHOBHOMY 3a0osieBaHuIo. He kanuisiet, ot-
MeJaeTcsl yMepeHHas CMelllaHHasi ONbIIIKa Tpu Gecro-
koricrBe. He nuxopanut. CoH 1 amnmeTuT He HapYIIEHbI.
dusnueckoe pa3BuUTHE HIKe cpeaHero: poct 70 cm (3-it
eHTUIb), Macca Tena 8900 r (25-i ueHnTuab). [lcuxomo-
TOPHOE Pa3BUTHE COOTBETCTBYET BO3PACTY: XOAMT C TOJI-
JIEPXKKOM, TTOJI3aeT, TOBOPUT OTAEJbHbBIE clloBa. MMeroTcst
MHOXECTBEHHBIE CTUTMBI IM39MOpHOTeHe3a: TUIIePTEIO-
pU3M, aHTUMOHTOJIOMIHBINA pa3pe3 Iia3, SMUKAHT, II1-
POKMI KOPOTKWI HOC, HU3KO PACIIOJOXEHHbIE TUCILIA-
CTUYHBIE YIIWM, MUKPOTHATHS, BBICOKOE Hebo. IpymHas
KJIeTKa paBHOMEPHO yJacTBYeT B aKTe AbIxaHus. [Tepky-
TOPHBIH 3BYK ¢ KOPOOOUYHBIM OTTEHKOM, ayCKYJIBTATUBHO
JIbIXaHWe TIPOBOAUTCS PAaBHOMEPHO, XPUIIbI HE BBICITY-
muBatoTcsa. Yacrora awixanust 40—46 B munyty. Cep-
JIeYHbIe TOHBI 3BYYHbIE, PUTM TIPaBUJIbHBINA, TEHICHLIMS
K Taxukapauu 110—120 B MunyTy.

B o06mux aHanmMzax KpoBM, MOYM, OMOXMMUYECKOM
aHaJM3e KPOBU OTKIIOHeHWI HeT. IIpu olleHKe ra3oBo-
IO COCTaBa KPOBM BBISIBJIcHA yYMepeHHas TMITOKCEeMMUS
(pO, 69 Mm. pr.cT.). IIpy MMMyHOIOTMYECKOM HCCIIE-
JIOBAaHWU OOpaIago Ha cebs BHUMaHUE CHWXKEHUE T0-
KaszaTesieil KJIeTOYHOro mMmyHuteTa (tadn. 1). B cre-
JIOBBIX KOJWYECTBAaX OINpPENesIsiiIuCh CrelnpriecKue
IgG x mnecHeBbiM rpubam (ImmunoCap, MrA/m; Hop-
Ma 10 30 MrA/n): Gm27 (Penicillium) 2,68 mrA/m; Gm2
(Cladosporium) 2,53 mrA/n; Gm3 (Aspergillus) 0; Gm5
(Candida) 3,24 mrA/n; Gm6 (Alternaria) 0. YpoBeHb XJ10-
punoB norta (Makponakr) coctaBui 24 MMOJIb/J1 (HOpMa
1o 40 mmoub/n). Peakuinst MaHTy oTpuuiatesibHa.

Ilpn aHamM3e TPENCTaBICHHBIX pPEHTTeHOrpaMM
TPYIHOM KJIETKM B JAWMHAMMKE OTMEYaIWCh TMPU3HAKU
BOCIAJIUTEIbHBIX U3MEHEHUH MIPENMYIIIECTBEHHO B Bep-
XyIIKe TPaBOTo JIETKOTO ¢ TeHIEHIMEN K WX yMeHBbIIe-
Huto. B TO ke BpeMs Tipu orieHKe mnpenactaBaeHHbIX KT
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Hbsxosa C.3. u coagm. Curnpom Jlu JIXOpIKU B TIPaKTUKE AETCKOTO MYJIbMOHOIOTA

Tabauya 1. UmmyHorpamMa nanueHTku A., 1 roja

[Tokasarenn Hopma Pesynbrar
B-mumdouutsl (CD19+), % (B 1 M) 19—-31 (500—1500) 44 (1158)
T-mumborumtel (CD3+), % (B 1 MK ) 45—79 (2280—6450) 28 (737
CD3+CD4+, % (B 1 Mk ) 36—61 (800—3600) 18 (474)
CD3+CD8+, % (B 1 MK ) 16—34 (720—2490) 7(184)
HK-xnetku (CD16+CD56+), % (B 1 MKt ) 4-26 (276—896) 20 (526)
1gG, r/n 3,2—14,5 3,22
IgA, r/n 0,1-1,0 0,37
IgM, r/n 0,4—1,8 0,39

TPYIHON KJIETKA B TMHAMMKE ObUIU BBISBICHBI CTOMKNE
WHQUIBTPAaTUBHBIE TEHU B BEPXHUX JIOJSIX C 00EUX CTO-
POH C MpU3HAKaMM paccacbhlBaHUsl MO OYJUIE3HOMY TUITY
u (opmMupoBaHUsS 30H JIOKAJbHOTO ITHEBMOGUOpO3a,
MHOXECTBEHHbIE YYaCTKM WHTEPCTULMAIBHBIX U3MEHE-
HUMU, yIIJIOTHEHWE W paclIMpeHNEe KOPHEN.

[Tpu ynbTpa3ByKOBOM MCCJIENOBAaHUM OPIOLIHON IMO-
JIOCTU U TIOYEK OTMEYEHbl YBEJUYEHHBbIE JMMQOY3JIbI
B BOpOTax nevyeHu (He MeHee 3, MaKCMMaJIbHbIM pa3Me-
pom 0,4x1,0 cm). Ha OKIT 3aperucrtpupoBaHa cuHycoBast
TaxuapuTMUsI, HOPMAJIbHOE MOJIOKEHUE 3IEKTPUUECKOM
ocH cepjala, HapylleHHe TPOIECCOB pPernosipu3aluu
B Muokapze xenaynoukoB. [1pu sxokapauorpacduu Bbisi-
BUWJIM TIPABOPACIIOJIOKEHHYIO AYTY a0PThl, TIOJIOCTU CEePJI-
11a He pacIIMpPEeHbl, CUCTOJMYECKAsT U JUACTOJINYecKast
GyHKIMM XeTynouyKoB He HapylieHbl. Kapnuosor nua-
THOCTHUPOBAJI TTPABOPACTIOJIOKEHHYIO IYTY aOpThl, HEIO0-
CTaTOYHOCTh KpoBooOpatieHus () craguu.

TiarenbHBIN aHAIU3 JAaHHBIX aHAMHe3a U MPOBeIeH-
HOTO B Halllell KJIMHUKE OOC/ieoOBaHUS TTO3BOJIUI HC-
KJTIOYUTh psn 3a0ojieBaHuil. Tak, KpaTKOBPEMEHHOCTh
rnepuojia KUCIOPOIHOM 3aBUCMMOCTM B HEOHATaJIbHOM
nepuojie U HaJIU4Ue IJIUTETbHOTO «CBETJIIOT0» MPOME-
JKyTKa B COCTOSIHUM peOeHKa Jaiyd OCHOBaHME MCKITIO-
YUTh OPOHXOJErOYHYyI0 nucrasuto. OOIuTeprupyronmii
OPOHXMOJIUT HE HalIlleJI CBOETO MOATBEPXKIESHUS U3-3a OT-
CYTCTBUSI XapaKTEPHBIX KIMHUUYECKUX M PEHTTEHOTO-
morpaduyeckux rnpusHakoB. C nomoisio KT u paHee

Tabauya 2. IMmyHorpaMMa nanueHTku A. B Bo3pacte 1 roa 2 mec

MPOBEIEHHON GPOHXOCKOIUU OBITU MCKITIOYEHBI BPOK-
JIEHHBbIE TIOPOKU Pa3BUTHsI OPOHXOJETOUHOM CHUCTEMBI.
OTpuuaTebHbIe Pe3yabTaThl HEOTHOKPATHO MPOBEACH-
HBIX TIOTOBBIX TPOO TMO3BOJMIN MCKITIOUUTH MYKOBUC-
muno3. Ha ocHoBaHMM 3aKimoueHusT (hTU3UATPa U OTPU-
LIaTeTbHBIX MOBTOPHBIX peakluii MaHTy ObLT OTBEPTHYT
TyOepkyne3. OTCyTCTBUE KOHTaKTa ¢ MPUYMHHO-3HAUM-
MbIM aJUIEPreHOM U CTelMMUUYECKOl CeHCUOUIU3aluu
JIAJI0 BO3MOXHOCTb OTTPOBEPTHYTh IWArHO3 TUTIEPCEHCH -
TUBHOTO TTHeBMOHUTA. HecMoTpst Ha BbICOKYIO 3 dek-
TUBHOCTh aHTUMUKOTHUYECKOU Teparuu, OTpULIATeTbHbIE
aHaJIM3bl KPOBU Ha METAOOIUTHI TPUOOB M cllabast BbIpa-
>KEHHOCTh TPUOKOBOW CEHCUOWJIM3AlMKU HEe TMO3BOJIWIN
JMIMarHOCTUPOBATh OPOHXOJIETOYHBII acTiepruJuies.
Bwmecte ¢ Tem ocobast TsKeCTh 3a00JIeBaHMST, 3aTK-
HOI ero xapakTtep, aTUIMUYHOCTb KIWHUYECKUX IPO-
SIBJICHUII B COYETAHWU C JJAaOOPATOPHBIMU TPU3HAKAMU
MMMYHOJIOTUYECKOI HETOCTATOYHOCTM U  CTOMKUMU
PEHTIeHO-TOMOTpaUIeCKUMU U3MEHEHUSIMUA B JIETKUX
TTO3BOJIJTY MPEATIONOXUTh HATMUKE TIEPBUUYHOTO UMMY-
Hopedumura. PeGeHOK ObUT KOHCYJIBTUPOBAH B OTHEIC-
Huu ummyHonarosioruu ATKB Ne9. Ha ocHoBaHUM BbI-
SIBJICHHOM JIMMMOTIEHNHU 3a CYET CHIDKEHMST KOJTUYeCTBa
cyononynsiimii T-muM¢bOUMTOB OBUIO PeKOMEHIO0BAHO
JIOTIOJTHUTEJIbHOE OoOciIeqoBaHue B MPOMUILHOM OT/Ie-
JIEHWH, B XOJe KOTOPOTO TMOATBEPKIEHO 3HAUYMTEIbHOE
cHmkene kommuectBa CD4+ m CD8+, moBbIIeHNE
ypoBHs B-nmumdonnTtoB n HK-knetox (tad:. 2.), peskoe

IToxazarenn Hopma Pesynbrar
T-nmumdorurel (CD3+), % (B 1 M) 65—80 (1400—2700) 21(729)
B-mumbormter (CD19+), % (B 1 MK1) 8—20 (270—640) 52 (1960)
T-xenmnepsl (CD4+), % (B 1 M) 36—61 (800—3600) 13 (490)
T-cynpeccopsl (CD8+), % (B 1 MxJ1) 16—34 (720—2490) 7(264)
CD4+/CD8+ 1,2-3,6 1,84
NK-xietku (CD16+CD56+), % (B 1 MK) 4-26 (276—1100) 27 (1018)
IgG, g/l 3,2—14,5 4,0
IgA, g/1 0,1-1,0 0,3
IgM, g/1 0,4—-1,8 0,3
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CHIDKEHUE MMTOTEHHOTO OTBeTa T-TMM@OIMTOB; peak-
LIMST XeMWTIOMUHECIICHIIMY HENTpOoMUIIOB OblTa B TIpee-
J1axX HOPMBI.

IIpy KOHTPOJBHOM PEHTTEHOJIOTMYECKOM HCCIIe-
JIOBAaHUM KOHCTaTUPOBAHO pa3pellleHue ITBYCTOPOHHENH
IMTHEBMOHMM B BEPXHMX HOJISIX ¢ (hOPMUPOBAHUEM TTHEB-
Moduobpo3za. [Ipu yapTpasByKOBOM MCCIIENIOBAaHUM BbI-
SIBJIEHO OTCYTCTBME TKaHU BUJIIOYKOBOM XKeJIe3bl B TUTTAY -
HOM MecTe.

JleBouka Obla KoHcynsTHpoBaHa npod. A.FO. 1llep-
O6uHoi. C yyeToM JaHHBIX aHaMHe3a (XPOHUYECKOoe He-
criennuyecKoe TopakeHWe JIETKMX, COITYyTCTBYIOLIAST
JIEKCTPATIO3UIIUST a0PThI), (DEHOTUITMUECKUX OCOOEHHO-
cTeil (MHOXECTBEHHBIE CTielIM(PUIecKre CTUTMBI TU33M-
OpuoreHesa), TaHHbIX MPOBEJEHHOTO UMMYHOJIOTUYECKO-
ro o0cyieoBaHusl (CHUXKEHUE KOJIMYECTBA CyOTOMy s
T-nmumdonuuroB CD4+ n CD8+, cHUXeHre MUTOTeHHO-
TO OTBeTa) MPEAIOJIOKEHO HAIMIUEe TIEPBUIHOTO MMMY-
HomepuunTa — cuHapoMa Ju JIxKopmku.

IMpn  MOJEKYIIPHO-TEHETUYECKOM MCCIIeIOBAaHUN
(MUKpOCATeJUIMTHBIM aHallu3 KPUTUYECKOTO paiioHa
XPOMOCOMBI 22) Oblj1a TONTBEPKACHA eSS IIEHTPab-
HOTO yYacTKa JUIMHHOTO Tiieya XxpomocoMbl 22 (del22q,
Jmokycel D22S264, D22S941, D22S1638, D22S1709) —
cuHapom Ju JIxopmku. OT peKOMEHIOBAaHHOTO TeHe-
TUYECKOTO 00CIeMOBAHUS BCEX YWIEHOB CEMbH POIUTEHN
OTKa3aJllCh.

Takum o00pa3oM, pebGeHKYy ObUT yCTAaHOBJIEH JMa-
THO3: TMEePBUYHBI UMMYHOIEMUILINT, CUHIPOM IeIeIun
del22q11.2 — cunapom Hu JIxopmku (MKB: D 82.1).
IToBTOpHBIE TMTHeBMOHUU. MHTepcTHIIMATbHOE TTOpake-
HUe JieTKuX. JlpIxaTesllbHash HEZOCTATOYHOCTh 1-if cTe-
neHu. [IpaBopacroioxkeHHast aAyra aopThl, HEIOCTATOU-
HOCTB KpoBooOpameHus 0 cTagun.

ITepBoHaYaIbHO OT PEKOMEHIOBAHHOM 3aMECTUTEIb-
HOW Tepanmuyd BHYTPUBECHHBIMA WMMYHOTJIOOYTMHAMU
POIUTEN OTKA3aIUCh, MPOJOKMB Ha JOMY Oa3MCHBIN
npueMm myiabmukopra (125 MKr/cyt) u ¢aokoHa3oa
(25 mkr/cyt). OnHako nocje Toro, Kak yepe3 Helesto Mmo-
cJie BBIMUMCKU U3 CTallMOHAapa IeBOUKA BHOBb ObLIa TOCU-
tasm3uposaHa B JII'KB Ne 9 ¢ nmarHo3oM j1eBoCTOpOHHSIS
oyaroBasi ITHEBMOHUSI, KaHIUI03 KOXH, TIO TSIKECTH CO-
CTOSTHUSI OblTa HauaTa Teparnusi BHYTPUBEHHBIMUA UMMY-
HOTJIOOYTMHAMU Ha (hOHE TPOMOJIKEHUS MpUeMa aHTHU-
MUKOTUKA (UTPAKOHA30J) W WHIaIsIUMi OynecoHupa.
ITHeBMOHUS pa3pelmiach B TeUeHUE 3 HeJl, TIPOSBICHMS
KOXXHOTO KaHINI03a COXPAHSUTMCH JUTUTETBHO.

B nocnenytotiem pebeHok 1—2 pa3za B roj rocrmra-
JIU3UPOBAJICS JUTS IPOBEACHUS 3aMECTUTETbHOM Teparu
BHYTPMBEHHBIMM WMMYHOTJIOOYJIMHAMU, TIpU 00Ce-
JIOBaHUW Ha (pOHE MAHHOTO JICYEHMSI OTMEYasloCh TO-
CTereHHOe HapacTaHWe ToKaszaTesieil KJIETOUHOTO U Ty-
MOpPaJIbBHOTO MMMYHUTETA, JEBOYKA CTaja 3HAYUTEIBHO
pexe 6onets OP3 (6e3 ocnoxxHeHMit), Ha TTOCTOSTHHOM
OCHOBE TpMHMMAaja WTPAKOHA3071 2 pasa B HEIENIo.
B Bo3pacTe 2 JleT OMHOKpATHO TMepeHeca TeHepaTn30-
BaHHYIO BUpPYCHO-OakTepuaibHylo uHpekimo. Ha KT

OPUINHAJIbHBIE CTATbU nyJibMOHOJ10rnsi

JIETKUX TIPY 3TOM OBbUTM BBISIBJIEHBI MPU3HAKW UHTEPCTH-
LIMAJIbHOTO TOPaXXeHUsI JIETKUX B BUIE JIOKAJbHBIX 30H
CHVXKEHUsI ITHeBMATH3allMU 110 TUITY «MaTOBOTO CTEKJIa»
C OTCYTCTBHMEM DPEaKIIMU CO CTOPOHBbI KOpHEH, oTMeya-
Jlach COCYIMCTasl peakiysl B 3aAHEHMKHUX OTIeNax Jier-
KMX, Y9aCTKM TTHeBMO(HOpo3a OTCYTCTBOBAJIM, UMEJaCh
MPaBOPACIIONIOXKEHHAsI yTra a0PThl (CM. PUCYHOK).

Pucynox. KommbloTepHasi ToMOrpaMMa JIeTKMX TMANMEHTKH A.
B Bo3pacTe 2 JieT.

B nmanbpHelimeM cocrosgHue pebeHKa Ha (oHe Jieue-
HUS TIOCTENeHHO cTtabmmm3upoBaioch. C 4 jeT aeBoyka
3aHMMaeTCsl TlaBaHueM UM TaHuamu. [lpu obGciemnoBa-
HUU B BO3pacTe 5 JIET COXPaHSUIOCh YMEPEHHOE CHIKE-
Hue yposHs IgM (0,65 r/n; Hopma 0,8—1,9 r/71), ypoBeHb
IgG B nipenenax Hopwmbr (9,43 r/1; HopMa 6,2—11,6 1/1),
ypoBeHb CD4+ ymepeHHo cHukeH (719 B MKII; HOpMma
900—2860 B 1 Mki), ypoBeHb CD8+ CHIKEH 3HAYUTEITb-
Ho (322 B 1 Mki1; HopMa 630—1910 B 1 MKIT); peHTTEHOJIO-
TMYECKN — B JIETKMX 0e3 09aroBbIx U3MeHeHU . C yueToM
HU3KOI 3a00J1eBaeMOCTH OblJIa TTPOBeeHA OIIeHKa CTIeI -
(pryecKoro UMMYHHOTO OTBETa C TTOMOIIBIO BAKIIMHALIN
AJIC-M; mocTBakKUMHAIbHBIN YPOBEHb CHEM(PUIECKUX
aHTUTEN Yepe3 6 Hell 0Ka3aics B HOPMe, OT MPOIOJIKEHUS
3aMECTUTETHbHOM Teparuy BHYTPUBEHHBIMU UMMYHOTJIO-
OynrHAMU OBLUTO pelieHo Bo3aepkaThes. Ceifyac 1eBoUKe
6 JsieT, Xajaob HeT; (pu3nUecKoe W TCUXOMOTOPHOE pa3-
BUTHE — CpelHee, TapMOHUYHOE; 3aHUMAaEeTCsT TaHIIAMU,
XOIUT B TIOATOTOBUTEIbHBIN KJIacC IIKOJIbI; pEIKO OoJieeT
OP3; cnienmdurueckoit Tepanuy He MoJjiydaeT; HaOona-
ercs kKapaunonorom B HIICCX um. A.H. bakyneBa ¢ nua-
THO30M TIPaBOPACTIONOXEHHAs Iyra aOpThl, HEAOCTATOU-
HOCTb KpoBooOpartieHus O craauu.

YTo Xe Ha CETOTHSITHUIM AeHb U3BECTHO O CUHAPOME
Hu Oxopmku? M3onupoBaHHas arutazusi TMMyca Oblia
BrniepBbie onucaHa J. Harrington B 1929 ., yepes 30 ner
A. Lobdell onucan couetaHue ariazuy TMMyca ¢ rurorna-
patupeosoM. Enie uepes 35 e, B 1965 . aMepuKaHCKui
aHaokpuHoior A. DiGeorge omnyGinKoBaa cOoOIIeHNE
0 Tpex TMalMeHTaX, UMEBIINX COYeTaHWE THUITONapaTh-
peos3a, MOPOKOB Cepllla M CHUKECHUS KIETOYHOTO WM-
MYHUTETa BCJEACTBHE OTCYTCTBUSI TapalluTOBUIHBIX
xkene3 n Tumyca. OH OBIT MEPBBIM, KTO CBSI3aJI OTCYT-
CTBHME THMYycCa, MapalluTOBUIHBIX Xeje3 U MMOPOKU Cep-
JNEIHO-COCYIUCTOM CUCTEMBI C HapyIIeHWEM pa3BUTHSI
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Hbsxosa C.3. u coagm. Curnpom Jlu JIXOpIKU B TIPaKTUKE AETCKOTO MYJIbMOHOIOTA

IIT u 1V ¢apuHreanbHbIX KapMaHOB B TIpoliecce 3MOpH-
oreHeza. M Toabko B 80-X romax IMpOIUIOrO CTOJIETUS
MOSIBUJIOCH TIEpBOE YIMOMMHAHWE O TeHETUYEeCKOM OcC-
HoBe cuHapoMa Jlu JIXKopmaKu — ero BO3MOXKHOM acco-
MaluyM ¢ Jejaenreit XpoMocombl 22. AMepUKaHCKUI
noktop R. Shprintzen, joromen 1o cCIeuMaabHOCTH,
B 1978 . 3ameTuJ1, 4TO 1eTH ¢ TIpobJIeMaMy MSITKOTO Heba
U HapyIlIeHUEeM Pa3BUTHS PEUM UMEJIM BPOKIAECHHBIN TTO-
POK cepila ¥ CXOXHUe 4epThl Juia. TakuM obpa3oM, OH
omnucaj BeJoKapAnohalnalbHbIi CUHIPOM, KOTOPBINA
B JIUTepaType ymoMHuHaeTcs Kak cuHapom [InmpuHiieHa
[5]. A. Kinouchi (1976), A. Takao (1980) u T. Shimizu
(1984) B simoHCKOM MOMYJSIUAM OMUCAIU ITOT K€ CUH-
JIPOM KaK CUHIPOM MHOXECTBEHHBIX TTOPOKOB pPa3BUTHS,
[JIABHBIMU TPU3HAKAMKM KOTOPOTO SIBJISIIOTCST BPOXKIECH-
HbIe TTOPOKM CepAlla M JULEeBble aHOMaIuu. TakuM 00-
pa3oM, elle 10 TeHeTUIECKUX UCCIIe0BAaHNI pa3InMuyHbIe
BapMaHTBl CMHApPOMA Jejelnn 22-i1 XpOMOCOMBI OBLIN
OINMMCaHbl B Pa3HBIX YaCTSIX MUpa. Takke B JMTepaType
MOXHO BCTpeTuTh akpoHUM «CATCH 22», mpenjioxkeH-
Heiii D. Wilson B 1993 1., 00beauHSIIONINI OCHOBHbBIC
npu3Haky aeneuu xpomocombl 22: CA — cardiac de-
fects, T — thymic hypoplasia/aplasia, C — cleftpalate,
H — hypocalcaemia, 22 — chromosome. OnHako aaxe
BCE 9TH MIPU3HAKU He OOBEAMHSIOT BCETO MHOTO00pa3ust
CHMIITOMOB, BCTpevaromuxcs npu cuaapome Ju JIxxop-
mku [6—10].

Ha cerogHsmAmii 1eHb MO KJIACCUIECKUM CHHIPO-
MoM JIu JIKOpIKM TTOHMMAIOT TIEPBUYHOE MMMYHOIE-
(ULMTHOE COCTOsTHUE, TSI KOTOPOTO XapaKTepHBI arjia-
3USI/TUTOTUIA3UsT TUMYyca W TapalldTOBUAHBIX XKeJes,
BPOXJIEHHBII TOPOK CEPALIA U JTULEBbIE Mab(opmaluu.
Oxkoio 90% maureHTOB UMEIOT AeJICHNI0 [EeHTPATbHOTO
ydacTKa IJIMHHOTO Tiieya XxpoMocoMbl 22 (22q11.2) [11].
IMpumedarenbHo, uTo 17% NanyeHTOB ¢ (PeHOTUITHYE-
CKMMM YepTaMu cuHIpoma Jlu JIKOpIKY He UMEIOT Je-
neuu 22q11.2 [12].

ITo maHHBIM JUTEpaTyphbl, YacTOTa BCTPEYAEMOCTHU
neneunu 22q11.2 Bapeupyet ot 1:3000 1o 1:6000 [10, 11].
To ectb B TakoM Meraroiuce, kKak Mocksa (Te 1eTcKoe
HaceJieHWe COCTaBJISIET OKOJIO 3 MITH), MOXHO OXH-
Jatb MUHUMYM 500 MaliMeHTOB ¢ AJaHHBIM CUHAPOMOM.
K coxaneHuto, UCTUHHAs BBISIBIIEMOCTb CUHApoMa Jlu
JI>KOpIKu ropasio HUXe OXKUIaeMO.

Cunraercst, yto okojo 90% neneumit 22q11.2 — aT0
MyTalnK, Bo3HUKIIME de novo, octanbHbie 10% Hache-
IYIOTCSI, IPWYEM T10 JXeHCKOM JTUHUU Yallie, YeM IO MyXK-
ckoii. Ecnu B cembe yxke nuMeeTcsl pe0eHOK C MOATBEPXK-
NEHHOW JeJieleil, TO BepPOSITHOCTb TOCIEAyIoei
nepenayu coctasysieT 50%.

CnencrtBueM JejeliuM yd4acTKa XpOMOCOMBI 22 sIB-
JISIeTC JIOKaJbHasl TTOTepsl TEHOB, YTO BJIEUYET 3a COOOM
neeKT MUTpaluy KJIeTOK HelpalbHOTO TpeOHS M Ha-
pymieHue dopMupoBaHust (apuHreasbHbIX ayr u 11—
IV r1oTOYHBIX KapMaHOB, U3 KOTOPHIX B HOpMe Ha 6-i
Henejie BHYTPUYTPOOHOTO pa3BUTHUS  (POPMUPYIOTCS
TUMYC W TIapallUTOBUAHBIE XeJie3bl. OIHOBpEeMEHHO

GOpMUPYIOTCST aHOMAIMU KPYITHBIX COCYIOB, TMTOPOKH
cepama, YeperrHO-JIMLEBOM nucMopdu3M. Y OOJIBIIMH-
ctBa (y 90%) mopeit ¢ aenenreit XxpoMOCOMBI 22 OTCYT-
CTBYET OKOJIO 3 MJTH TIapHBIX OCHOBAHWI OTHON KOTUK
XpOMOCOMBI 22 B KaXIOW KJIETKe. DTOT ydyacToK 000-
3HaueH Kak ql1.2. Tam comepxurcst ot 30 no 40 reHOB,
HO GOJIBILIMHCTBO ellle MoApOoOHO He onucaHbl. B 8% ciy-
yaeB BCTpevaloTcss 6ojiee KOPOTKUE JIeelUM, KOTOpPhIe
cocTaBisoT 1,5—2 MJIH TIapHBIX OCHOBAaHUU. AKTMBHO
M3y4yalwTCsl TaK HasblBaeMble TeHbI-KaHauaatsl: 7BXI,
COMT, UFDIL, Crkol n psn npyrux, HauboJjee 4acTo
«BBITIAIAIOININE» Y TMAIlUEHTOB ¢ cuHApoMoM [lu JIxop-
mxu. B wactHoctr, ren TBX1 obecrieumBaeT cMHTE3 OeJI-
ka T-box-1, HEOOXOAUMBIH JIJIsT HOPMAJTbHOTO Pa3BUTUS
MBI U KOCTEH Jnia M 1ieu, (GopMUPOBAHUS IIUTO-
BUIHOM M TapaliuToBUIHONM Xene3 [13]. YcranosneHo,
YTO TETePO3UTOTHBIE MYTAIIMM 3TOTO TeHa acCOLMUPO-
BaHbl C HapylleHHeM (OPMUPOBAHUS MarMCTPaTbHBIX
COCY/IOB, 2 TOMO3UTOTHBIE — C TUIOTHATHEW, HU3KOITO-
CaXeHHBIMM YIIaMU, HETOPa3BUTHEM MAaTruCTpaTbHBIX
COCY/IOB, TUMYCa, TTapallUTOBUIHBIX W CIIIOHHBIX KeJie3
[14]. Ten UFDIL yuvactByeT B (DOpMMPOBAHUU Maru-
CTpaJIbHBIX COCYIOB cepana, reH Crkol orBeuaer 3a ¢op-
MHMpPOBaHUE OYTM AOPThI U CIELM(MUUECKUX YepT JULA;
notepst reHa COMT nipuBoauT K TpobsiieMaM B TTOBee-
HUW ¥ HApYIIEHUSM B YMCTBEHHOM pa3Butuu [15, 16].

CymiecTByeT psin Hanboyiee 4acTO BCTPEYAIOIIUXCS
(EHOTUTIMUECKUX MMPU3HAKOB, CBOMCTBEHHBIX OOJBHBIM
¢ cuHapomoM Jum [IKopmku: rotTmyeckoe HebOo, pac-
IIeJTMHA BepXHeTo Heba, TMIepTeI0pu3M, Y3KUil paspes
J1a3, HU3KOIOCAXKeHHbBIE W IUCTIIACTUUHbBIE YIIIH, IITHPO-
Kasl TiepeHocHuIIa, HeOombIIoi por [7].

TMopaxeHus cepala W/MiavM MaruCTPaTbHBIX COCYIOB
nmMeroT Mecto v 80—90% 6GompHBIX. K Hambosmee dacTto
BCTpevarommMcs TopokaM mpu cuHapomMe Ju IxKopmku
oTHocATea Tetpama Majno, coueTaHust neEeKTOB MeEX-
JKEJTYTOYKOBOI TTeperopoaKy 1 MpepBaHHON AYTU aOpPTHI,
MEXCKETyT0YKOBOIM TEePeTOpOaKN UM aTPe3UM JIETOYHOM
apTepuu, OOIIMIA JJETOUHBIN CTBOJ; peXe BCTPEUaroTCs Je-
(eKT MeXTIpencepaHOI TePerOpOaKH, TPAHCTIOZUIINS Ma-
TUCTPaIbHBIX cocynoB u ap. OmHako 20% OGONBHBIX JeTeit
HE UMEIOT IMMOPOKOB CepJeUHO-COCYIUCTOM cucTemsl [17].

K nmpyrmm 9acTo BCTpeyaromUMCs M XapaKTepHBIM
JUTE JTaHHOTO CHHApOMa TIpU3HAKaM OTHOCSITCS TH-
MoKajablMeMusi (BILUIOTb JO CYIOPOXHOTO CUHIPOMA)
W aHOMaJIMM CTPOEHMSI TOPTaHW: paclieTUIeHUue BepX-
Hero Heba (10%) m Bemo-dapuHTeabHas HEIOCTaTOY-
HocTh (30%), KoTopast TIPOSBIISIETCSI CTOMKON THYCaBO-
CTBIO M 3a7epkKoii peueBoro pasutus (80%). Kpome
TOTO, OTMEYAIOT TOJUAAKTUINIO, OTCYTCTBUE HOTITEH,
YIJIMHEHHbIE (hpajaHTY MajbleB, KOXHbIE BHIPOCTHI (17—
19%) [12]. B 6onbimHcTBe ciaydaeB (45—75%) nns ne-
Teit ¢ cuHapomoM Ju JIKOpIKM XapakTepHa 3aiepskKa
¢usnveckoro passutus. Hepenka acconuaumst ¢ pas-
JIMYHBIMUA TIOBEICHUYECKUMU AedeKTaMu: OT CHHApOMa
nedunnta BHUMaHUs (25%) 1o mm3ohpeHn B TTOAPOCT-
KOBOM WJIK B3pocyioM Bo3pacTe [18]. OmucaHbl Takke
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conytcTBytoire aHomanuu LTHC: muenomeHunronesne,
aTrpodust KOpbl, TUTIOTUIa31sI MO3XKeUKa, CyIOpOTH, TJ1a3-
Hag mnarojorusi. Cpeau Apyrux MOpPOKoOB (Urypupyror
MOPOKW PA3BUTHSI MOYEIMOJIOBOW CHUCTEMBbI: TMAPOHED-
po3, arpodwus, pedaoke (30—40%); MOPOKKU pa3BUTHUS
JKeJTyIOYHO-KHUIIIEUHOTO TpaKTa: aTpe3ust aHyca, aHajlb-
Hble puctynsl [12].

ImaBHBINE MpU3HAK, ONMPEACTSIONIUA CUHAPOM
Jdwn  JIxopmxu, TUTIOTUTIA3UsT WJIW aria3usi TUMYyca,
XapaKTepHbBIMA MMMYHOJOTUYECKUMU TTPOSIBIICHUSIMU
KOTOpOW SIBJISIIOTCSI 3HAUMTEJIbHOE yYMEHbIIIEHWE KOJIM-
YyecTBa LUPKYIUpYOmuX T-TMMEOOIIMTOB U CHUXEHUE
ux nposindepatuBHON akTUBHOCTHU. [Ipu 3TOM TUMMYE-
cKasi TKaHb MOXET 3aHMMAaTh 3KTOIMMYECKOEe TTOJI0XEeHNE
(A3bIK, IIMTOBUAHAS XeJjie3a, CpeHee yX0), HO obecrie-
yuBaTh OJU3KYI0 K HOpMaJibHOMY (dyHKIuM0 [19]. Toss-
ko y 0,5—1,0% neteit HabGMOMaeTCS TOJHOE OTCYTCTBUE
T-numdormuToB 1 ucTuHHAs arutasusi Tumyca. OKoJo
10% pnereit ¢ cunapoMoM [du JIKOpIXM HMMEIOT pe3-
KO CHMXeHHBbI ypoBeHb CD4+ (menee 500 B 1 MKI),
2,5% wmnanenueB umetor CD4+ menee 200 B 1 MK
[Tpu aToM konnuecTBO B-mMdo1IuTOB MOXET OBITH JTH0O-
ObIM, a HapylIeHUs TYMOPaJIbHOTO MMMYHMUTETa MOTYT
BapbUMpOBaTh OT CEJIEKTUBHOTO neduiurta IgA no aram-
MarsooymrmHemMnn; 9ucio NK-mmMbonuToB 0OBIYHO ObI-
BaeT HopMaibHbIM [20]. KnuHuyecku mist 00IbITMHCTBA
0osbHBIX ¢ cuHApoMoM [u JIXKopmku XKU3HEYrpoxKaw-
IIK1e OMMOPTYHUCTUYECKUE MHGEKIIMU He XapaKTepHBI,
omHako 7—10% mauueHTOB B JIIOOOM BO3pacTe MOTYT
oosieth TseKeno. [MpumepHo y 1/3—1/4 maimeHToB OTMe-
YaloTCsl PeUUINBUPYIOIINE CUHYCUTHI, CPEIHUE OTUTHI,
OpOHXUTHI M THEBMOHUM. Kak 1 Apyrue nepBUUHbIE UM-
MyHOAE(ULUMTHBIE COCTOSIHUSI, cuHApoM Hdu kopmku
XapaKTepU3yeTCsl CKIOHHOCThIO K ayTOUMMYHHBIM U OH-
Kosiornyecknm 3abosieBaHusiM. Cpenn HauboJiee 4acThiX
OTMEYalOT Pa3UYHbIe LIUTOTIEHUN (TPOMOOIIMTOIEHUSI,
HEUTpOTIeHUsI BIUIOTH JO arpaHyjaollMTO3a), BOCIAJIM-
TeJIbHbIE 3a00JieBaHMS KullleyHuKa (0ose3Hb KpoHa, He-
crnennUIeCKuid SI3BEHHbBIN KOJIUT), I0OBEHWJIbHBIN peB-
MaTOMIIHBIN apTPUT, caXapHblii AUA0ET, ayTOMMMYHHBI
tupeounut [10]. XapakrepeH BBICOKUII PUCK pPa3BUTUS
B-xnerounsix tmmdbom [21].

C 1uenblo Jydiero BoisiBieHUs: cuHapoma du JIxxop-
mxky  EBponeiickuM  0OIIeCTBOM MMMYHOAE(PUIIUTOB
(ESID — European Society for Immunodeficiencies)
ObUIM TPEITOXEHBl JOCTOBEPHBIE, BEPOSITHbIE W BO3-
MOXHBIE Kputepuu auarHoctuku [10, 16]. K gocTosep-
HBIM KPUTEPUSIM JIJIS YCTAHOBJICHMST AMarHo3a CUHIpoMa
Jwn JIxxopaxu oTHOCAT cHukeHue ypoBHs CD3+ kieTok
meHee 500 B 1 MKJT 1 coueTaHue IByX U3 TPeX MPU3HAKOB:
KOHOTPYHKAJIbHBII TTOPOK Cep/Ilia, TUITOKAIbILIMEMUST 00-
Jiee 3 He, Tpedyrolas KOppeKIrU, 1 JIeIelns XpOMOCO-
Mbl 22 — del22ql11.2. BeposiTHble TIpU3HAKU CUHIpPOMA
Hwn Ixxopmxku — cHukeHue ypoBHst CD3+ kjeTok MeHee
1500 B 1 Mk n geneums XxpoMocoMbl 22. K BO3MOKHBIM

OPUINHAJIbHBIE CTATbU nyJibMOHOJ10rnsi

npuszHakaMm cuHapoma Jlu JIXKop/ku OTHOCST CHUXKEHUE
ypoBHst CD3+ xirerok meHee 1500 B 1 MKJT B coueTaHUMN
C XOTsI OBl OTHUM U3 TIEPEUUCIICHHBIX TTPU3HAKOB: TTOPOK
cepua, TUIoKaabliimeMust 6oJiee 3 He, TpeOyrolas Kop-
peKILNU, TMCMOp(rUIeCcKre YEPThI JUIIA WM aHATOMUYE-
CKMe HapylIeHUsI BepXHero Heba.

TakTrka JiledeHUS] TALIMEHTOB C CHUHAPOMOM
Hu JIxopmku omnpenensercss MHIMBUAYaTbHO C YYETOM
OCOOCHHOCTEN KIMHUYECKMX U HWMMYHOJIOTUYECKUX
nposiienuit [6, 10, 22]. JIis MalMeHTOB TEPBLIX Me-
CSILIeB XXU3HU Ha MEpPBbIN TJIaH BBIXOAUT CTAOMIM3ALIMS
CepAeUYHOI NEesTebHOCTU M YPOBHS KasIbIWS; JUISI TMa-
LIMEHTOB JIIOOOTO BO3pacTa ¢ KJIMHUKOW MMMYyHOaehU-
1IUTa aKTyaJlbHOW CTAHOBUTCSI 3aMECTUTEbHAsI Tepariusi
BHYTPUBEHHBIMU UMMYHOTJIOOYJIMHAMU, MPoQUIaKTUKa
ITHEBMOLIMCTHOM TTHEBMOHUM, TPUOKOBBIX U APYTMX WH-
(eKIMOHHBIX 3a0oyieBaHMi. Psiy manueHToB TpeOyeTcs
JIeueHUe COMYTCTBYIOIIUX OTKJIIOHEHUI (XUpypruueckast
KOPPEKIIMs MPU HApYIIEHUU TJIOTaHUsI, Teparusi ToOpMo-
HOM pocTa, IMpUeM TIperapaToB Kaiblius U BUTaMuHa D).

Ilpu rnybokoii numdorieHnn TokazaHa crierudu-
yeckasi UMMYHOTEparusi: repecajaka TUMyca WJId KyJib-
TUBUPOBAHWE UM UMIUIAHTUPOBAHMWE TOCTHATAIbHOMN
TUMUUYECKOW TKAHM B YETHIPEXTJIaBYyIO MBIIIIY Oempa.
Ilpu srom mombop mo HLA-cucreme He oOsizaresieH,
a pyHKIIMOHAIBHO aKTUBHbBIEC T-TUMQMOLMTHI TTOSIBIISTIOT-
cs1 uepe3 3—4 mec mocie TpaHcTIaHTauu [23].

ITporuo3 nipu cunapome Ju JIKopmku ompenenser-
csl HaJIMYMEM WHAWBUIYaJbHOTO CHUMITTOMOKOMILIEKCA
Yy KaXJI0ro KOHKPETHOTO TaliueHTa. [JTaBHbIM MpPOTHO-
cTudeckuM dakropoM 1ipu cuHapoMe Jdu JIxkopmku siB-
JISIeTCSl HaJM4ure BPOKIEHHOTO TOpoKa cepila U o0bem
HEoOXOMMOTO ONEepPaTUBHOTO BMEIIATeJIbCTBA JIJISI KOP-
pekuuu. Tak, cpeau MalueHTOB C TSKEIbIM COTYTCTBY-
IOIIMM MOPOKOM CepALla YDPOBEHb CMEPTHOCTU B TEUEHHUE
1 Mec xu3HM cocTaBsieT 55%, B TedeHue 6 MEC KU3HU —
86% [7, 12]. Ha BTOpOM MecTe CTOAT ayTOMMMYHHBIE 3a-
OosieBaHUSI U TSKeJble MH(EKIMOHHBIE OCIOXHEHUS,
BO3HUMKAIOIIIME BCIEACTBUE TSKEIOTO UMMYHOASDUIIUT-
HOTO COCTOSIHUSI Ha TMPOTSIKEHUU BCEl KM3HU TalieH-
Ta. B 1IKOIbHOM BO3pacTe M cTapille HeMaJOBa>KHbIM
B OIpeAesIieHNM XKW3HEHHOTO MPOrHO3a ISl TallMeHTOB
¢ cunnpomoM du JIxkopmku sIBisieTCsl HaJIMuKMe TCUXO0-
9MOLMOHATBHBIX HapyIlIeHU [24].

Takum oOGpa3om, NPUBENEHHBI KIMHUYECKUI TPU-
Mep pebeHKa C MOoATBEPXKIeHHBIM cuHApoMoM Jlu [Ixkop-
JIKW HaTJISITHO IEMOHCTPUPYET TPYAHOCTD TUArHOCTUKH,
HEOoOXOMMOCTh TIIATEJIbHOIO UMMYHOJIOTUYECKOTO 00-
clleIOBaHUST JeTell C aTUIIMYHO TSKEIbIM M 3aTSIKHBIM
TeYEHUEM PEeCTUPATOPHBIX 3a00JIeBaHNI, CTOMKUMU W3-
MeHeHUussMU B Jierkux. CBOEBPEeMEHHO YCTaHOBJEHHBIN
IMarHO3 W OITUMAaJibHasl JieyeOHasl TaKTUKa SIBJISIIOTCS
3aJI0TOM CTaOMIM3AlMU COCTOSIHUSI TaKMX TAllMEHTOB
U OTCYTCTBUSI TIPOTPECCUPOBAHUST MOPAXKEHUSI OPOHXO-
JIETOYHOI CUCTEMBbI U APYTUX OPraHOB-MUIIICHEH.

(Kongauxm unmepecog ne npedcmaenen)
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