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Atakcus-TeneaHrnaktasus (AT), unu cuHopoM Jlyn—bap, 0THOCUTCS K KIAcCUYECKUM CUHAPOMAbHBIM
dhopMaM nepBuYHbIX UMMyHOAedMLIMTOB. [ToMUMO NporpeccupyioLLiei HEBPONOrMYECKOM CUMMTOMATHKM
AT xapaKTepusyeTcs KpariHe BbICOKON CKITOHHOCTbIO K OHKONOrnyeckuMm 3aboneBaHusM, a Takke
AYyTOMMMYHHbIMWU NPOABJIEHNAMU, YaCTbIMU U3 KOTOPbIX ABNAIOTCA Pa3nnyHbIe CpOprI VIHTepCTI/ILl,I/IaJ'IbHOI7I
BonesHu nerkux. Kpome Toro, AT xapaKkTepn3yeTcs BbipaseHHOM OTCPOYKON MOCTAHOBKM AMarHo3a, Yto 1
LEeMOHCTPUPYET NPeLCTaBMNEHHbIN B CTaTbe CEMENHbIN KIIMHUYECKUIA CryYaii. PoauTeny naumeHToB ganu
cornacuve Ha UCnonb3osaHWe MHdopMaLmm, B TOM Yncne chotorpachuin AeTen, B HayUHbIX UCCNENOBaHNAX
1 nybnvkaumsx.

KnioueBbie cnosa: rmepsuyHbIi MMMYHOREOULUNT, aTaKCUA-TENIeaHMMIKTa3NA, MHTePCTULNaTIbHAA
bonesHb nerknx, TREC, HeoHaTarbHbiVi CKPUHNHI
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A familial case of Louis—Bar syndrome
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Ataxia-telangiectasia (AT) represents a typical syndromic form of primary immunodeficiencies. Besides progressive neurological
features, patients with AT have a high risk of malignancies, as well as autoimmune complications, with interstitial lung disease
being one of the most frequent. AT is also characterized by a significant diagnostic delay, which was demonstrated in our case
report. The patients’ parents gave their consent to the use of their children’s data, including photographs, for research purposes
and in publications.
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epBuuHble MMMyHopedomumTel (ML) — 310 reHeTn-
UEeCKM IeTePMUHUPOBaHHble 3aboneBaHus, obycnos-
NEeHHble HapYLLIEHUEM CIIOMHOMO KacKafia peakumi,
HEOBX0aMMbIX AN 3IMMUHALMM UYKEPOIHbIX areHToB
13 OpraHusMa, pasBUTUA afeKBaTHbIX BOCMANUTESIbHbIX
peakuuin U MoAfepsKaHWUs ayToToNepaHTHOCTM. Tunny-
HbiMK nposiBneHusamMu [N 9BRNSI0TCA TAXKENO NpoTeka-
toLLme bakTepuarbHble, BUPYCHble U FpUBKoBble MHADEKLMK,
ayTOMMMyHHble 3a60MeBaHMS 1 MOBbILLIEHHAS CKITOHHOCTb K
Pa3sBUTHIO 31OKAYECTBEHHbIX HOBOOBpa3oBaHmit [1].
Cungpom Jlyn—Bap, unu atakcus-TeneaHrnakrasums
(AT), — ato sabonesaHue C ayTOCOMHO-PELIECCUBHBIM
TUNOM HaCNEefoBaHWUs, XapaKTepu3ayloLleecsi HapyLle-
HUeM penapauun Ae30KCUPUBOHYKNENHOBON KUCMOThI
(OHK), nMMyHOREeMLIMTOM, MO3SKEUKOBOI AereHepaLivei,
TeNleaHrMaKTasusiMM PasfMuHoOM JoKanusaumu, npen-
PacroOKEeHHOCTbIO K OHKOMOrMYeckuM 3aboneBaHusM,
UYBCTBMTESTHOCTBIO K PaaMaLMOHHbIM Bo3aeicTamsM [2, 3].
YacToTa BO3HMKHOBEHUS JAHHOMO CMHAPOMA COCTaBsAET
1:40 000-1:100 000 sk1BOPOsKOEHHbIX [4].

B ocHose cuHopoma Jlyu—bap nesxut myTtaumsa rexa,
HaxoAsLLerocs Ha ASIMHHOM nreye XpoMocoMsbl 11, koTopas
noyunna HassaHue <MyTaummn AT> (ATM) [5]. Fen ATM koau-
pyeT [IHK-3aB1CMMyI0 NPOTENHKMHA3Y, rMaBHaa OyHKLUMS
KOTOPOW 3aKIIOYaeTCs B aKTUBaLMK KOMMIeKca hepMeH-
TaTUBHbIX MPOLIECCOB, HAMPaBIEHHbIX HA BOCCTAHOBMEHNE
OByXLenoyeyHblx pa3pbiBoB [IHK. OHa Takxe KOHTponu-
pYyeT KfeTouyHoe AefleHne nyTeM 3amefnsieHuns npouecca
BCTYNIEHUA KIETKM B KINETOUHbINA UMKI [6]. MauveHTsl ¢ AT
obnagatoT NoBbILLEHHON YYBCTBUTESILHOCTBIO K paavaLlmm
B pesynbTaTe HapyLUeHUst HopMarnbHoOM paboTbl KNeTouy-
HOro uuKna npu otcyTcTBuM ATM-NpoTenHKnHasbl unu ee
CHUMKEHHOW (PYHKLIMOHANBHOM aKTUBHOCTU. [pu BO3nen-
CTBMM PafviaLiv KIETOUHbIN LIMKIT MOKET BbITb Br10KvpoBaH B
2 KpUTUYECKMX TOUKax: nepexop 13 G1- B S-chasy n 3 G2- B
M-chasy. B otcyTcTBMe ATM B onyxoneBsbIx KIETKax TOUKa
KOHTPOSIA KMETOYHOMO LWKIA B TUMWYHBIX CIyYasx Hepery-
nvpyemas [7].

ATM-npoTenHKMHa3a pearvpyeT He TOSbKO Ha naTo-
noruveckoe nospexpeHune [HK, HO 1 akTuBMpyeTCA B
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0TBeT Ha chusmnonornyeckre paspoisbl B IHK, Bo3Huka-
ioLme npu V(D)J-pekoMBUHALMSAX BO BPeMsi CO3pEeBaHust
B- 1 T-kneTok, HeobxoauMbix ans chopmuposanus BCR-
n TCR-peuentopoB. ATM-npoTenHkmnHasa yyacTByeT B
BOCCTaHOBEHWM LIENOCTHOCTU Takux paspbisos [HK [8].
Takke 9T70T BEnok NpeaoxpaHsaeT XPOMOCOMbI OT YCKO-
PEHHOWM NOTepu TefloMep — CTPYKTYP, HaXOQALLMXCA Ha
KOHLIe XPOMOCOM, MPENATCTBYIOLLMX UX Pa3pyLLEHUIO.
Mpu co3peBaHnn NMMAOLUTLI MPOXOAAT 3Tarnbl BbICTPOR
nponudpepaummn, n otcytcteue ATM-npoTenHKMHasbI
MPUBOANT K YCKOPEHHOMY pa3pyLUEHWIO TernoMep U
pa3suTuio AMcyHKUMKM B- n T-kneTok, B pesynbraTte
uero paseuBaeTcs UMMyHoaedmumT [5].

Mposasnenua AT obbl4HO NOSBNAIOTCH B PaHHEM
Bo3pacTe. [epBbiM Npu3HakoM 3abofieBaHWA MOXeT
BbITb aTakcus, KoTopas NposiBAseTcs, Korna pebeHok
HauvHaeT xoauTb. PebeHok HeycToWuuB, 3aBanvBa-
eTCA Ha CTOPOHY, WaTaeTcs, najaet BOOK unu Hasag,
C BO3PacTOM OH He MOKeT XOAUTb Be3 NOCTOPOHHEN
nomoLuym. Hepepko aTtakcus y pebeHka paHHero Bo3pacTta
pacueHMBaeTCs neguMaTpaMu U HEBpPOSOraMu Kak
nposiBNexHne AeTcKoro LepebpanbHOro napanuya, 4To
NPUBOAMT K No3aHei amarHoctuke ML [9].

Takke C BO3PacTOM y MaLMEHTOB MOXeT MosB-
NATbCS WM Apyrasi HEBPONOrMYecKass CMMMNTOMaThKa: B
90% cnyuyaeB BCTPeYaloTCs XOPeoaTeTo3 U AUCTOHUS, Y
YETBEPTM NALMEHTOB — MUOKJIIOHYC, M1a30ABUraTeNbHbIe
HapyLLUeHUs, An3apTpus, runoMumms, apedpnexcus [10].
MMasopsuraTenbHble NPU3HaKK 1 AM3apTPYS NPOSBASIOTCA
YK€ B PaHHEM LLKOMTbHOM BO3pacTe, 0TMEYaloTCs runo-
MuMmA, apedonekcus. SkcTpanMpaMuaHbie ABUraTemNbHbIE
pacCTpOWCTBa M rNa3ofBuraTenbHas anpakcus passvBa-
IOTCA B JETCKOM BO3pacTe, TOrAa Kak NnonvHeBponatus
n 3abonesaHns ABUraTenbHbIX HEMPOHOB OBbIYHO MOAB-
NAIOTCSH BO BTOPOM [ECATUNETUM XU3HW. [McdyHKUMS
LLeHTpanbHOW U nepudepuyecKoi HEpBHbIX CUCTEM
MNPUBOJMT K NPOrPECcCUpYIOLLMM MOTOpPHLIM (B TOM uucne
HapyLLEHWe KOOpAMHaLMW FNOTaHWsA) HapyLUEHWUSIM, n3Me-
HEHWSIM OCaHKU U KOHTPaKTypaM cycTaBoB. B nutepatype
Tak)Ke OnucaHbl HapYLLEHWS rNOTaHWS U NoTeHUManbHas
CBA3b Mexay aucdiarneit n XxapakTepHOW HyTPUTUBHOM
HEeOoCTaTouYHOCThIO Y naumenTos ¢ AT [9, 10]. Hesporo-
rMyeckve OBuraTenbHble OYHKLMM Y HUX YXYALATCS C
BO3pacToM v k 10-12 rogaM et OKasbIBaloTCA MPUKOBaH-
HbIMW K MHBANMOHOMY Kpecny [6]. YMCTBeHHas oTcTanocTb
He ABMNAETCA LOMUHMPYIOLLMM Npu3HaKkoM AT.

Takxe 3HauMMbIM CMMMNTOMOM 3aboneBannsa SBNA-
I0TCA TefneaHrnakTasum. 370 paclUMpeHHble COCYAbI,
fokanuayloLLmecs 0bblYHO B YrOMKax rnas unu Ha Koske
yLle# v LWeK, NOABEepPraloLmxcs BO3LENCTBUIO COMHEY-
HOro cBeTa. TeneaHrnakTasuu uHorna npucyTCTBYIOT
MPY POXAEHWN, @ B HEKOTOPbIX CIy4asx MOryT passuTbCA
TOSIbKO B NMOAPOCTKOBOM Bo3pacTe [9].

XapakTepHbiMM NabopaTopHbIMU M3MEHEHUAMU
SIBMSAIOTCS MOBbILLEHHbIN YPOBEHb anbha-gheTonpoTenHa
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B CbIBOPOTKE KPOBW, @ TaK¥e CHUMKXEHUE KONNYecTBa
mMdpounToB B 06LLEM aHanun3e KpoBM.

HapyLieHne MMMyHONOrMYeckoro craTyca BbisiB-
naeTca noytu y Bcex naumeHToB ¢ AT. BetpeuaioTcs
pa3Hble COYeTaHus rmnoramMMa- u GUCUMMYHornoby-
MHeMuK, Hambornee YacTbiMM M3 KOTOPbIX ABMAAIOTCH
oTcyTcTBMe uMMyHornobynmHa A (50-80% nauueHToB),
CHWKEHWE MMMyHornobynmHa G2 1 noBbilLEHWE UMMY-
HornobynuHa M [11]. Co cTOpOHbI KETOUHOrO 3BeHa
MMMyHUTETa OTMEYaeTCA CHUXeHue nponudepaTuns-
Horo oTtBeTa T- u B-numdooumToB Ha MutoreHsl u CD4
T-numcboumnToB, 0COBEHHO 3a CUET KIETOK NaMsiTU. 3Tn
MMMYHOJIOTMYECKME HapYLLUEHUSI NMPUBOAAT K peumnan-
BUPYIOLLMM BPOHXONEroYHbIM MHPEKUMsAM, YacToTa U
TSKECTb KOTOPbIX BapbUpYIOT.

CMHYCUTBI M MHEBMOHWUM Pa3BMBAIOTCHA NPUMEPHO Y
80% B0onbHbIX. HGEKLMM BEPXHUX ObIXaTENMbHbIX NMyTEN
1 BpOHXMT Hanbornee YacTo BCTpevaloTCs y oeTen Mnag-
LIero Bo3pacTta, a MHAEKLMN HUKHUX ObIXaTeNbHbIX
nyTew —y bonee cTapLumx naumMeHToB. Bupychl siBnsioTca
Hanbosee pacnpocTpaHeHHbIMKU NaToreHaMun B NepBble
2 rofa u3Hu, B TO BPEMSA Kak C BO3PaCTOM pacnpocTpa-
HeHHbIMK BakTepuanbHbIMK MaTOreHaMn CTaHOBATCA
Haemophilus influenzae, Streptococcus pneumoniae v
Staphylococcus aureus [2, 10]. Takke 0fHOW U3 NPUUMH
peuManBUpYIOLLMX BPOHXONEr0YHbIX MHCDEKLMIA SBMSA-
€TCS HanMumMe CUHAPOMa XPOHUYECKOM MUKpOaCTnpaLmm
BCIIeACTBME HEBPOSIOrMYECKOro Aecuumnta naumeHTos.

[TOMMMO WMHMEKLMNOHHBIX OCIIOKHEHWW Yy nauu-
eHTOB ¢ AT pa3BuBaIOTCH ayTOMMMYHHbIE OCIIOKHEHWS,
Cpenu KOTOPbIX YacTO BCTPeYaloTCs rpaHynemMaTo3HbIN
0epMaTuT, apTpuT, UHTepcTULManbHas BofesHb Nerkux
(MBI [12, 13]. MBS Habriopaetcsa npuMepHo y 25%
nauverToB ¢ AT. lMpu uccnenoBaHMn YHKLMN NErKMX
y BonblwurHcTBa BonbHbIX HabniopaeTca coyeTaHune
0BCTPYKTUBHOIO M PECTPUKTUBHOIO TUMOB HapyLUEHUS
WK NPerMyLLECTBEHHO PeCTpUKTMBHOrO Tuna [10].

MauneHTsl ¢ AT UMeIoT BbICOKMIA PUCK pa3BUTUA
3110KavecTBeHHbIX 3abonesaHuii. 0cobeHHo yacTo BCTpe-
yaloTca NUMdoMbl U neiiko3ssl [10]. HenumdbomnaHble
onyxonu cocTaBnsioT okono 13-22% Bcex 3nokave-
CTBEHHbIX HOBOOBpa3oBaHuit y nauneHToB ¢ AT, 0bbiuHO
OHW HabrofgaloTCA Nocne NOJPOCTKOBOrO BO3pacTa M
MOryT BKJIIOYaTb OMYXONN SAUYHUKOB, MaTKU, KEMyOKa,
MeYyeHM U OKOMOYLLHbIX enes3. YacTtoTa passuTuUa u
BWL OHKOJIOMMYECKMX OCIIOKHEHWI HE 3aBUCAT OT TuNa
MyTaumii B reHe ATM [7].

KypaTuBHbIX MeTOOOB fieyeHua naumeHToB c AT
B HacToswee BpeMsa HeT. TpaHCcnnaHTauus reMonos-
TUUeCKMX CTBOJOBbLIX KNeTok (TICK) sensaetcs obHa-
OEeXMNBAOLWMM METOOOM KOPPEKLUU MMMYHUTETA U
npefoTBPaLLEeHNs PasBUTUA reMaTONOrMYECKNX 3roKa-
YeCTBEHHbIX HOBOOBpa30BaHUiA, OLHAKO OHa He MpuMe-
HAeTCH y naumeHToB ¢ AT M3-3a BbICOKOW TOKCUYHOCTM
MpY MPOBELEHUN PEXMMOB KOHAMLMOHMPOBAHUSA.



MIMeeTCs 1L HECKOJIbKO COOBLLIEHWI O CrlyYasx nauu-
eHToB ¢ AT, ycneluHo nepeHeclumx annoreHHyio TICK
B paMKax MPOTOKOS1a JIeYEHMsI 311I0KAYECTBEHHbIX HOBO-
obpasosaHuil [14].

B xone KOHCepBaTMBHOMO NeyeHns NauneHTbl Nosy-
YaloT MOMWU3HEHHYID CMMNTOMATUYECKYIO, MPOTUBO-
MUKPOOHYIO M MOAOEpPKMUBAIOLLYIO Tepanuio, a TakKe
3aMeCTUTENbHYI0 Tepaniuio MMMyHornobynuHom [5].

JleyeHune 3noKayecTBEHHbIX HOBOOOpPa30BaHMI C
MCMNOSIb30BaHWEM CTaHAAPTHbIX MPOTOKOMOB XUMMWO-
Tepanuu n 0bnyyeHns MoXeT BbiTb CMepTenbHbIM Ans
BonbHbix AT. JlyueBas Tepanus KaTErOPUYECKN HE PEKO-
MeHayeTca. Kpome Toro, cnepyet mnsberatb npvema
PaMOMUMETUUECKMX (TaKk1X Kak BNeoMULIMH) 1 HEMPOTOK-
CMYECKWMX NpenapaToB UM NPOBOAMTL pedyKumio fo3 [15].

KITMHWUYECKUM CITYYAN

Poputenu nauveHTOB fanu cornacue Ha UCMonb3o-
BaHWe nHdpopMaLmm, B ToM uncne dooTorpadpuii geten, B
HaY4HbIX UCCMEROBAHUAX U NybnuKauusx.

Manbuuk W., 2012 roga poskoeHUs, posOEH OT HEOTA-
rOLLEHHON nepBoi BepeMeHHOCTH 1 pofoB, OT 3LOPOBbIX
poouTenen. lNepBble MecsiLbl XW3HU NpoTekanu Bes
ocobeHHOCTEW, OOHAKO B JasibHEWLIeM oTMeyvanach
3a[lepka MOTOPHOr0 Pa3BUTWS: MO3OHO Hayan AepaTb
ronoBy, CUAETb, CTOSATb Y OMNOPbI HaYas nocre roga, XoouTb
3a pyry — nocne 1,5 ropa. lMoxogka bbina HeycToNuMBOM,
noLuaTbiBascs, Yacto nagan. B ceaAsu ¢ 3TuM Habnio-
[arncs y HeBposiora ¢ iYarHo3oM: pesuayarnbHas aHueda-
fionaTtusl, HUKHUIA CNacTUYeCKuii napanapes. PerynsapHo
rOCMMTaIM3nNpPOBasIcs B CTaLMOHap N0 MECTY MUTENbCTBa
LSt BOCCTAHOBUTESTbHOMO JleyeHuns. C BO3pacToM aTakcust
nporpeccupoBsana, pebeHKy CTano TAKeno XoauTb Ha
OSMHHBIE PaccTosHWA. KpoMe Toro, C MepBOro Fofa MU3HM
0TMeyYanucb YacTble MHAEKUMOHHblIE 3aboneBaHus:
OCTpblE PecnypaTopHble BUPYCHbIE MHADEKLMM MPOTEKaNM
ONUTENBHO, YaCTO BO3HWMKANIM OTUTbI, DApPUHIUTbI, TOH3WIT-
NTbI, UHADEKLMM MOYEBbIBOAALLMX NyTen, Tpebyiowwme
HasHauyeHus aHTubaKTepuanbHOM Tepanuu.

B 2018 r., korga Manbunky Bbino 5 neT, B ceMbe
ponurcs BTopon pebeHok — geBouka B. C 6 MecsueB
oHa yacTo bonena pecnupaTopHbIMK 3aboneBaHnsaMM,

PucyHok 1

TeneaHrnakTasuMm Ha KOHBIOHKTUBE M KOe NaumneHTa ¢ AT

Figure 1
Conjunctival and skin telangiectasias in the patient with ataxia-telangiectasia (AT)

TaKMMMW KaK FHOWHbIE PUHWUTBI, OTUTbI, TOH3UIINTHI,
OCTpbIVi BPOHXMT, TpebyloLwmMK HasHayeHust aHTMbak-
TepuanbHoW Tepanuu. Y OEeBOYKM TakKe oTMeuyanacb
3afiepsKKa MOTOPHOI0 PasBUTUA, Havana xoauTtb B 1 rof
4 mecsua, NOXOAKa HeyCcTOMYMBas, MoLlaTbiBaHMe.

Mo COBOKYMHOCTU JaHHbIX y feTey bblno 3ano-
LO3pEeHO reHeTuyeckoe 3abonesanue. [pu Moneky-
NApHO-reHeTuyeckoM obcnepoBanun obomx pLeTen
Bbinn BbiABNEHbI MyTauun ¢.2554C>T p.(Gln852Ter)
n ¢.3304G>T p.(Glyl102Ter) B reHe ATM B KoMmna-
YHO-FETEPO3UITOTHOM COCTOSIHUK. TakuM obpasoMm, Bbin
NOATBEPMAEH AMarHo3 cuHgpoma Jlyn—bap, naumeHTbl
HampaBneHbl Ha obcnegoBaHne B OTAENIEHWE UMMYHO-
norun HMUL, OO wm. OmuTpusa Poravesa.

Mpn ocMoTpe netew B Bo3pacTe 7 U 2 f1eT COOTBET-
CTBEHHO Y HUX OTMeYanucb HeBPOSIOrNYECKNE CUMMTOMBI
B BWOE aTakcuu (HapyLueHue MoXoaKu — MOTYT XOAWUTb C
MOAAEPIKKOM Ha KOPOTKME PACCTOSHUSA), 3a0ePMKM pede-
BOro pa3suTus (roBoOpAT Mano, Hepa3bopunBeo), a TaKKe
Hanuune TeNeaHrMaKTasWin Ha KOHBIOHKTUBE W KOXe
nvua (pucyHok 1).

[pyrvx xanob naumeHTbl He NPefbABNANM, Kalna
M ofbIlLKK He Habniopganocsk. 1o ocTanbHLIM opraHaMm u
CMCTEMAM KIIMHUYECKMX CUMMTOMOB BbIsIBIIEHO He Bbino.

Mpu nabopatopHoM obcnenoBaHun y 0bonx naum-
EHTOB BbISIBfIEHbI NOBbILLEHWE anbda-heTonpoTenHa u
aucrammarnobynuHemus (tabnumua 1). Takwe y obomx
B0/IbHbIX OTMEYEHO 3HaUYUTESIbHOE YMEeHbLUEHWE Yncna
CD4* T-nnMounNTOB C COOTBETCTBYIOLLUM CHUMKEHMEM
TREC, a Takxe y Manbuuka W. HabrniogaeTcsi CHUXeHue
B-numdpoumtos n KREC (rabrmua 2).

Ons OUEHKM COCTOAHUS NIErKuX, UMes HacTopo-
YKEHHOCTb B OTHOLLUEHUWN BO3MOXHOro passutusa UBJI,
nauveHTam Oblnia nposefeHa MyfbTUCIMpanbHas
KOMMbIOTEPHasA TOMOrpadousi OpraHoB rPyAHON KMETKM.
Y neBoukM B. naMeHeHu BbIABMEHO He Bbino, 0gHaKo
y Marnbuvka M. B napeHxuMe oboux nerkux onpepens-
NMCb 0Yary YNioTHEHWS IEFOYHON TKaHW pasMepamu 4o
9 MM (pucyHok 2). BoinonHeHa BpoHxockomnus ¢ 3abopoM
BpoHXxoanbBeonNApHOro Nasaka, MHPEKUMOHHbIX MPUYKH
MOPaKEHWS NErKNX He 0BHapy»XeHo.

YunTbiBas M3MEHEHWS Ha MYNbTUCMAMpPanbHOM
KOMMblOTEPHOW TOMOrpadium OpraHoB FPYAHOMN KIETKH,
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Tabnuua 1
MokasaTenu nMMyHOrnobynunHoB y naumeHToB ¢ AT

Table 1
Immunoglobulin levels in the patients with AT

B. HopmanbHoe

Mokasarenb Manbuuk U. [leBouka

Parameter Boy I Girl V. Ngrnﬁ:lerav::;e
MMMyHornoBynuH A, r/n -
Immt}/noglobut?:w A g/L 0.7 0.1 Wz
MMMyHornobynuH M, r/n —
Immgnoglobut?:\ M, g/L 3.48 — DL
MMMyHornobynuH G, r/n —
ImmLYnoglobuLiX\ G, g/L 593 g Il
Anbda-

cbeTonpoTenH, ME/Mn 143.8 461 0-5.8
Alpha- ’ ’ ’

fetoprotein, IU/mL

Tabnuua 2
OCHOBHble MMMYHOJ10rM4eckmne nokasartesm naumeHToB
c AT

Table 2
Main immunological parameters of the patients with AT

HopmanbHoe
Mokasarenb Manbunk U. [leBouka B.
Parameter Boy I. Girl V. N3HaquMe
ormal range
CD3*, % 37,6 34,3 66-81
CD3*, x 10°/n w
D3 x 107/L 2,86 0,49 1,4-2
CD3'/CD4*, x 10°/n -
CD3'/CD4". x 10°/L 0,45 0,34 0,7-1,1
CD3*/CD8*, x 10°/n -
CD3'/CD8", x 10°/L 2,27 01 0.6-0.9
CD19*, % 4,8 25,3 12-22
CD19*, x 10°/n -
D19~ x 107/L. 0,2 0,36 0,3-0,5
TREC, x 10%/neikouuTbl .
TREC, x 10%leukocytes 20 80 470-4100
KREC, x 10%/nemkoumTbl w
KREC, x 10%/leukocytes 74 800 780-7700
PucyHok 2
[leckBaMaTMBHasi NTHEBMOHMS Y NaumeHTa ¢ AT
Figure 2

Desquamative pneumonitis in the patient with AT

-

- -

B Lief1siX BepudonkaLmm reHe3a NopaxeHus Nerkvx nauu-
EHTY NpoBefeHa TopaKkocKonuyeckas buoncus nerkoro.
Mo maHHBIM rMCTOMOMMYECKOro uccnenoBaHus buonTata
BbISIB/IEHbl NPU3HAKN MHTEPCTULIMAMBHOMO NOpaMeHus
NEeroYyHo TKaHW No TUMy AeCKBaMaTUBHON MHEBMOHUM.
0O6bouM nauveHTam Bbina MHMUMMPOBaAHa Tepanus
npenapaTtaMi UMMyHOr100ynuHOB ANs BHYTPUBEHHOMO

Bonpock! reMaTonorin/OHKONOM M 1 MMMYHONATOMOM MM B NeauaTpum
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BBeAeHus. Manbunky M. Ha3HayeHa MHransunoHHas
Tepanus TonMueckumu ctepoupamm no nosopgy MBJ.

[Ins OUEHKM COCTOAHUS NIErkux, UMest HacTOpO-
YKEHHOCTb B OTHOLLUEHWM BO3MOXHOrO passuTtua UBIJT,
nauveHTam Oblna npoBefeHa MyfbTUCIMpanbHas
KOMMbIOTEPHasA TOMOrpadousi OpraHoB rPYOHON KMETKM.
Y 0eBouYKM B. naMeHeHui BbIBNEHO He ObINo, 0OQHAKO
y Manbuvka M. B napeHxuMe oboux nerkux onpepens-
NMCb 0Yary YNioTHEHWS IEFOYHOM TKaHW pa3Mepamu 4o
9 MM (pucyHok 2). BeinonHeHa BpoHXOCKOMNMUs ¢ 3a60poM
BpoHX0anbBEONAPHOro NaBaska, MHPEKLMOHHBIX MPUYKH
MOPAKEHWS NTEMKNX HE 0BHApPYXEHO.

YunTbiBas M3MEHEHWA Ha MyNbTUCMAMpanbHOM
KOMMblOTEPHOW TOMOrpadinm OpraHoB FPYLAHON KIETKM,
B LieSIAX BepuuKaLmmn reHe3a NopaxeHns Nerkvx naum-
EHTY NpoBeAeHa TOpaKocKonmyeckasa bruoncus nerkoro.
Mo maHHBIM TMCTONOMMYECKOro nccnefosaHns buontata
BbISIBSTIEHbI MPWU3HAKN MHTEPCTULMAIBHOIO NMOPAKEHNA
NEroYyHow TKaHW Mo TUMY AECKBAMATUBHON NMHEBMOHMM.

06ouM naumeHTam bbina MHMLMMPOBaHAa Tepanus
npenapaTtaMim UMMyHOr100ynmnHoOB AN BHYTPUBEHHOTO
BBeAeHusa. Manbunky WM. Ha3HayeHa MHransunoHHas
Tepanusi TonMYecknmmn cTepovrpamm no nosopy WBJT.

3AKITIOMEHUE

CeMenHbIN KIMUHNYECKUIA CyYal, PpaCCMOTPEHHbIN B
LaHHoM paboTe, HarNALHO AEMOHCTPUPYET 0CoBbeHHOCTH
KIMHMYECKOro TeveHus cuHppoma flym—bap: aytoco-
MHO-PELECCUBHBIA TUM HACNENOBaHWsA, paHHUI aebioT
CMMNTOMOB, Hanuuve TUNWYHbIX NabopaTopHbIX M3Me-
HeHW. K coskaneHuio, AaHHbIN CryyYan TaKKe OeMOH-
CTPUpYeT OTCPOYKY NOCTAHOBKM AMArHo3a, YTo NpuBesIo
K pasBUTUIO OCNOMHEHW B OTCYTCTBUE CBOEBPEMEHHO
HauyaTon Tepanuu.

MHEHUE 3KCNEPTA

A.10. LWLlepbuHa, npocheccop, 3aBepyioLas
otaeneHveM ummyHonorum ®rey «<HMUL Aroun
uM. iIMuTtpusa Porauesa» MuHspapasa Poccun

KoMbuHupoBaHHbIi MMMyHOogedumunt ¢ AT -
cuHgpoMoM Jlyn—-bap — aBnfeTcs HepelweHHOW
npobneMon KnuHuyeckon ummyHonorun. C opnHom
CTOPOHbI, HECMOTPSA Ha BO3MOXHOCTb YaCTUYHOW MK
MOSIHOW KOPPEKLMU MMMYHONOrMYEeCKUX NedeKkToB
AOCTYMHBIMU Ha CErOAHALIHUI AeHb METOAAMM NTEYEHNS,
AT ocTaeTcsi HensneunmbiM 3aboneBaHueM. MNporpeccus
HEeBPONOrnyeckoro fedmunTa, a Takke NOBbILLEHHAS
CKITOHHOCTb K OHKOJIOrMYyeckuM 3aboneBaHusaAM He
MOryT BbITb YCTPaHEHbl HN KOHCEPBaTUBHLIMW METOAAMM
Tepanuu, Hu npoeneHnem TICK.

C opyrow cTopoHbl, nauveHTsl ¢ AT npeactaBnsioT
n3 cebs rpynny ¢ HanbosbLuel OTCPOYKOM AMarHosa,



KoTopas, no faHHbIM Poccuiickoro peructpa MAL,
pocturaet 15 net [4], HecMOTpA Ha HanMume Knaccuye-
CKOr0 COYETaHWsi CUMNTOMOB aTaKCUW, TeNeaHrnaKTasum
N MHCbeKUUMA.

[eTn n 3atem B3pocnble ¢ AT aBnsTca rnybokrmm
MHBanugamu. B onucaHHOM CeMeNHOM cryyae CBoe-
BPEMEHHas MOCTaHOBKa AMarHosa y nepsoro pebeHka B
ceMbe no3Bosnuna bbl Ha3HauNTb eMy CBOEBPEMEHHOE
neyeHune, a Takke NyTeM NPOBEAEHUSA NpeHaTasbHOW
OVarHOCTUKM NPefoTBPaTUTL POXKAEHMe BTOPOro Honb-
Horo pebeHka. IMEHHO MOSTOMY Tak BasKHa HacTOpO-
MEHHOCTb Bpauyeil pasnunyHbix npodunei (B naHHOM
Cryyae — HeBpOJIOrOB U MEAMaTpoB) B OTHOLUEHMH
pasnuuHbix chopm M.

PacwunpeHne HeoHaTaNbHOro CKPWUHWHIA A0
36 3abonesaHui, BKloyas Hanbonee Taxenslie MA[, B
2023 r. n03BONMT BO MHOrOM PELLMTL NPoBrieMy X No3aHeN
OMarHoCTukN. Mo faHHBIM POCCUMICKUX U 3apybeskHbIX
nccnenoBaHui, cuHopoM Jyv—bap nopneskuT BbiBNEHWIO
C MOMOLLbI0 METOAMKMU UCCIIefoBaHUs MapkepoB T- u
B-numdoorenesa — TREC 1 KREC. 3710 noaTeepkaaeT npeq-
CTaBIeHHbIN Cnyyan: y 0bomx naumeHToB Bbi1o BbISBIEHO
3HaUUTENBbHOE CHUKEHME nokasaTenen TREC.

[Mocne noaTBepaeHWa OuMarHosa nauueHTtbl ¢ AT
LOJIKHBI PEerynspHO NpoxoauTb obcrnepoBaHue B Lensx
CBOEBPEMEHHOI0 BbISIBIIEHWSI 3/T0KAYE€CTBEHHbIX HOBO-
06pasoBaHuit, a TakKe ApPYruxX U3BECTHbIX OCIIOKHEHUN,
HanpuMMep HeMHMEKUMOHHOIO MOPAaKEHUSA FNEerkux.
MN3BecTHO, uTo UBJ1 MOKeT anuTenbHoe BpeMs npoTe-
kaTb BeccuMnTOMHO, MpPMBOAA TEM He MeHee K hnbpo-
TUYECKUM U3MEHEHUSIM B Nerkux. MoaToMy npu BegeHun
nauneHToB ¢ AT BasHO HaWTU BanaHC Mexay orpaHu-
YEHWEeM KOMMUYeCcTBa IMarHOCTUYECKUX PeHTreHorpadm-
YEeCKMX UCCMefoBaHni U HeoBXOOAMMOCTbIO CKPUHMHIA
YKM3HEYTPOKAIOLLMX OCMOXKHEHUN.

MCTOYHMUK ®PUHAHCUPOBAHUSA
He ykasaH.

KOH®JTUKT MUHTEPECOB
ABTOpbI CTaTbW NMOATBEPAMITU OTCYTCTBME KOH(DIMKTA MHTEPECOB, O KO-
TOPOM HeobxonnMo coobLLUT.
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