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2QI'BY «HaumoHanbHbI MEAUUMHCKUIA MCCIIEA0BATENbCKUI LIEHTP AETCKOM reMaTosnorm,
OHKOJI0rUn M MMYHororum uM. [imutpus Porayesa>» MuH3apasa Poccun, Mockea

B cTatbe npencTtaBneHbl KMMHMKO-NabopaTopHble AaHHble 50 MauMeHTOB C CMHAPOMOM aTaKCuu-
TeneaHrnakrasun (AT; cuHppoM Jlyu—bap), Habmiopasiumxcs B8 ®FEY «HaumoHanbHbIi MeanUMHCKMI
MCCNenoBaTENbCKUIA LIEHTP AETCKON reMaTomnornm, OHKOMOrMM U UMMyHOorum uM. iMutpust Poravesa»
Mwun3pgpasa Poceun (Mocksa) B nepros ¢ 2012 no 2021 r. [laHHoe uccrefoBaHe 0a06peHo He3aBNCUMMbIM
3TUYECKMM KOMUTETOM U YTBEPIKAEHO peLleHneM yyeHoro coseta ®IBY «HMUL, AFOU um. Omutpus
Porauesa» MuHsgpasa Poccun. OTMeueHa BbipaeHHast 3afiepsKKa NMOCTAHOBKM auarHosa (MeguaHa
4,5 ropa), HeCMOTPS Ha TO, YTO Y NaumeHToB B bornee paHHeM BospacTe (MegvaHa 1,5 ropa) yme bbiim
OTMeueHbl TUNMYHble nposenexus AT. XoTs y 6onblumMHCcTBa BonbHbIX MMeIOTCS nabopaTopHbIe NPU3HaKK
UMMyHopedmUMTa, TONbKO B 24% cryyaes Obinn LOKYMEHTUPOBaHbI TAXKENbIe MHAIEKLMK. TeM He MeHee y
16% nauneHToB UHCDEKLMM NErKVX NMPUBENN K Pa3BUTUIO0 BPOHXO3KTaTUUECKON BONe3HN 1 SBUIMCH NPUYMHOM
cMepTv B 4/10 cnydasx. AyTOMMMYHHbIE OCTOMHEHWS, BKIIOUas MHTepCTULManbHoe NMMdooLmMTapHoe
3aboneBaHWe NErkux U rpaHyneMbl Koxu, 0TMeueHbl y 52%, 3rokayecTBeHHble HOBOOBpa3oBaHusi —y 24%
nauueHToB. ¥ 85% obcnenoBaHHbIx ypoBHU KREC, TREC 6binv HU%E MUHUMAbHOrO AMarHOCTUYECKOro
YPOBHSI, YCTAHOBJIEHHOIO A1 HEOHATaNbHOr0 CKPUHWHIA NePBUYHBIX UMMyHoRednUMTOB B Poccuu,
YTO rOBOPUT O BO3MOXHOCTU PaHHEro BbIABMEHWS NauneHToB ¢ AT. PaHHSs gMarHocTuka cMHApoMa
AT, MynbTUANCUMNANHAPHBIA MOAXOA W MOBbLILIEHHAA HAaCTOPOXEHHOCTb B OTHOLLUEHUW Pa3BUTUA
OHKOJOMMYECKMX NPOSBIIEHUI ABNAIOTCS BaMHbIMW aCMeKTaMu BELEHUSA [AaHHOM KOropTbl NaLMeHTOB.
KnioueBble cnoBa: getu, uMMyHoaeuUUT, CUHAPOM aTakcum-TeneaHrusktasmm, TREC, KREC,
OHKOJI0rM4eckune 3abonesaHuns, MHTEPCTULMATIbHAA TuMGboumnTapHas 601esHb nerkmx
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Clinical and laboratory characteristics of a group of patients
with ataxia-telangiectasia syndrome
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This study presents the clinical and laboratory data of 50 patients with ataxia-telangioectasia syndrome (AT) (Louis-Bar syndrome)
treated at the Dmitry Rogachev National Medical Research Center of Pediatric Hematology, Oncology and Immunology (Moscow,
Russia) between 2012 and 2021. The study was approved by the Independent Ethics Committee and the Scientific Council of the
Dmitry Rogachev National Medical Research Center of Pediatric Hematology, Oncology and Immunology of Ministry of Healthcare
of the Russian Federation. We found that the patients experienced a significant diagnostic delay (the median delay in diagnosis
was 4.5 years), although the first typical symptoms of AT were present at an earlier age (the median age was 1.5 years). The
majority of patients showed laboratory signs of immunodeficiency, yet only 24% of the children developed severe infections.
However, lung infections resulted in bronchiectasis in 16% of the patients and were the cause of death in 4/10 cases. Fifty-two
percent of the patients had autoimmune complications, including interstitial lung disease and skin granulomas, and 24% of the
patients developed malignant neoplasms. Of patients who underwent testing, 85% had KREC and/or TREC levels below the cut-
off values used for neonatal screening of primary immunodeficiency disorders in Russia, which suggests that the majority of
AT cases could be diagnosed by neonatal screening. Early diagnosis, multidisciplinary approach and high clinical suspicion for
neoplastic manifestations are crucial for the successful management of AT.
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OPUTUHAJNbHBIE CTATbU

WHOPOM aTakcuu-TeneaHrusktasuu (AT), unu

cuHopoMm Jlyn—bap, — 3To ayTocoMHo-peuec-

CUBHOE MymbTUCUCTEMHOE 3aboneBaHWe, OCHOB-
HbIMWM YepTaMu KOTOPOro ABMSIOTCA NPOrpeccupyioLLmne
He#pooereHepaTUBHbIe NPOSABNEHUS, KOMBUHMpPO-
BaHHbI UMMYHOLEULMT U MOBBILLEHHAN CKITOHHOCTb K
Pa3BUTUIO OHKOMOMUUECKUX NposiBrieHuit [1].

3aboneBaHue BbI3BaHO branenbHbIMKU MyTaUUsMY B
reHe ATM [2], cocTosileM 13 66 ak30HOB (9168 Hykne-
OTWUROB) U KOAMPYIOLLEM OAHOMMEHHbIN Benok. Bosb-
LUMHCTBO onucaHHbIx npu AT myTaumin B ATM npusogsT
K 3HAUMTENbHOMY CHUKEHWMIO MU MOSTHOMY OTCYTCTBMIO
akcnpeccun benkosoro npoaykTa [3]. benok ATM asns-
eTCs CEepUH-TPEOHWH-MPOTENHKUHA30i C BonblinM
pasHoobpasnem cybeTpaTos [4], yyacTsylowmx B pena-
paunv [HK npu ogHO- 1 ABYyXLenoyeyHbIX paspbiBax,
KOHTPOJIe KMIETOYHOrO LMKIIa M npoueccax anonTosa.
KpoMe T0Oro, uccnenoBaHuns NOCNEAHUX NET LOKa3bIBAIOT
ponb ATM B KNETOYHbIX COBBITUSAX, MHAYLMPOBAHHbIX
aKTMBHbIMW pafiMKanaMu KUCIOpPOAa U OKCUAATWBHbIM
cTpeccoM [5], a Takke MeTabonunueckum cTpeccom [6].
Knetkn ¢ pecomumtoM ATM 0eMOHCTPUPYIOT NpU3HaKu
MOBBILLEHHOO0 OKCUAATUBHOIO CTPECcCa, MUTOXOHAPU-
anbHOM AMCDYHKUMM, HApPYLLEHUS KallbLMEeBOro roMeo-
CTa3a ¥ HakomneHns BOMbLIOr0 KOIMYECTBa PasfMyHbIX
BenKoBbIX arperaToB — YepTbl, MPUCYLLME TaKKe MHOMUM
APYrUM HelipopereHepaTuBHbIM 3abonesaHusm [4]. TeM
He MeHee MOMHOe NoHWMaHue naTtoreHesa AT Ha cerop-
HSILLHWUIA leHb OTCYTCTBYeT.

HapylleHne noxonku BCIeLCTBUME MO3KEYKOBOM
aTakCuu, BO3HMKalOLLEe, Kak MpaBusio, Ha BTOPOM rofy
wu3Hn (pexe — B Boree cTaplueM Bo3pacTe), ABnAeTCS
nepBbIM MpKU3HaKoM 3aboneBaHusi U HepedKo BedeT K
MOCTaHOBKe NOKHOMO AMarHo3a — AeTCKOro Lepebpasnb-
Horo napanwuua [1]. Atakcusi nporpeccupyeT ¢ BO3pacToM,
1 BONBLUMHCTBO MaUMEHTOB He MOTYT XOOMUTb YsKe K
8-10 rogaM. K gpyrMM HeBpOSIOrMYECKMM MPOSBIEHUAM
OTHOCATCS I3apTpUs], OKYITOMOTOPHAs anpaKkcus, Xopeo-
aTeTo3, gucdarvs. TeneaHrnakTasnm Ha CKIepax u Koxe
mvua u Tynosuwa obblYHO MOSIBMAIOTCA B BO3pacTe
~5 neT, ogHaKo He Bcerga obpallaloT Ha cebs BHMMaHue
Bpayen u pogutenen. MMmyHopoeduuMT nNposiBfseTcs
4acTbIMU ONMOPTYHUCTUYECKUMU MHCDEKLMAMU U LEMBIM
PAOOM ayTOMMMYHHbIX NPOSIBIEHU, BKIlOYas Xapak-
TEpPHOE rpaHyNieMaTo3HOE MOPAKEHUE KOXM, @ TaKKe
pa3BuTME UHTEPCTULMANBHON NMMAoLMTapHON 6onesHu
nerkux (UNBN) [7, 8]. NauneHToB c AT oTnuyaioT
MOBBILLIEHHBIA PUCK Pa3BUTUA NMUMOPETUKYSPHBIX U
CONMEHbIX HOBOOBpasoBaHui, MeTabonnueckne Hapy-
LeHust U npexaespeMeHHoe cTaperue [9]. Oxuvpaemas
NPOJOSIKUTENBHOCTb XM3HM He npeB.biaeT 30 neT, xoTs
CYLLIeCTBYIOT coobLLeHns 0 naumeHTax ¢ bonee nerkum
KIIMHUYECKMUM TeueHneM AT, DOMMBLUMX OO MOMMIOro
BospacTa [10]. KypaTtveHble onuum npu AT OTCYTCTBYIOT,
OQHaKO 3HaHWe OCHOBHOIO iMarHO3a KpawHe Ba)KHO LS

OnpenesieHns TakTUKU Tepanuu UMMYHONOMUYECKKX W
OHKOMOMMUYECKUX OCToKHeHni [11].

YactoTta AT B 3aBUCUMOCTM OT MOMyNsALMM Bapbu-
pyeT oT 1:40 000 go 1:100 000 HosoposkaeHHbIX [12].
PacnpocTtpaHenHocTb AT B Poccuiickonn ®epepaumm,
no faHHbIM Perunctpa nepBuYHbIX UMMYHOLEULNTOB,
cocTtaenseT 1:100 000. MeanaHa 3agepsKKv MOCTaHOBKM
omarHosa — 3 roga (MakcuMarnbHas otcpouka — 17 net)
[13], uTo roBOPUT O 3HaAUMTESbHBLIX NPobreMax B BbisSB-
NSEMOCTU LlaHHOro 3ab0NeBaHWs U He MOKET He CKasbl-
BaTbCS HA KAYeCTBE XM3HW POCCUNCKMX MaLMEHTOB C
AT. B cBfI3n C 3TMM XapaKTepuUCTUKa KITMHUKO-nabopa-
TOpPHbIX 0COBEHHOCTEN POCCUMCKOM IpynMbl MALUMEHTOB C
OaHHbIM CIOKHbIM 3ab6051eBaHNEM SBIISIETCS aKTyarnbHOM
Ot MEAULIMHCKMX CMELMasiucToB PasfnyHbIX Npogounsieit.

MATEPUAIbI U METO[1bl UCCNEAOBAHUA

B xome uccnenoBaHus NpoBeAeH PeTPOCMEKTUBHBIN
aHanu3 gaHHbix 50 nauneHToB ¢ cuHapoMoM AT, KoTopble
npoxoaunu nevenmne 8 KKB (KpacHopmap) n HMULL IFOU
uM. OmMuTpus Porauesa (Mocksa) ¢ saHBapsa 2012 r. no
pekabpb 2021 r. [laHHoe nccnepoBaHue ofobpeHo Hesa-
BMCUMbIM 3TUYECKMM KOMUTETOM W YTBEPNKAEHO peLue-
HueM yueHoro coseTa ®I'BY «HMULL OFOW um. OMutpus
PoraueBsa» MuHnsgpaBa Poccuu. [unarHos AT bbin
BbICTABMEH HA OCHOBAHWM OMArHOCTUUYECKUX KpUTEPUEB
ESID [14] v Bo BCex cryyasx NOATBEPMOEH MOMeKynsp-
HO-T€HEeTUYECKNM METOAOM: y BCEX MauMeHTOB Obiu
BbIsIBIEHbI BannenbHble MyTaumm B reHe ATM.

MpoaHanuanpoBaH BO3pPacT MepBbIX NPOSABEHUN
3abofieBaHuMs, BO3pacT NMOCTAHOBKMU JMarHo3a, Tumbl,
CTeneHb U YacToTa UH(PEKLMOHHBIX, @YTOMMMYHHbIX U
3110KaYeCTBEHHbIX 3aboneBaHui, a TakKe NPOTOKOMbI
NeYeHNs 3TVX NPOABMEHWI N Pe3ynbTaThbl.

YuutbiBaeMble MHPEKUMOHHbIE OCIIOKHEHUs Bbinu
pasneneHbl Ha 2 Tpynnbl B 3aBUCMMOCTU OT TSKECTM.
Tasenble MHeKLMM onpepensnucb kak bonee uyem
2 3nu3opa NHEBMOHMU B rof, niobasa uHdekums, Tpeby-
loLLIaA Ha3HaYeHWs NapaHTeparnbHoON aHTMbaKTepranbHoOM
Tepanuu, a Takxe MHMeKuMn, ConpoBOXKAAIOLLMECSH
ObIXaTerNbHOW HEOCTAaTOYHOCTBIO, OCTarbHbIE NHADEKLIMM
CUMTaNUCh HETSKESbIMU.

Onpenenenuve cybnonynauum nuMcoLMTOB NPOBO-
OWIN C UCMNONb30BaHWeM MeToAa MPOTOYHOM LMTOMe-
TPUM C WUCMONb30BAHNEM MOHOKIIOHASbHbIX aHTUTEN
CD3, CD4, CD8, CD19 (Becton Dickinson) cornacHo
WHCTPYKUMM npoussogutensd. lNokasaTtenn MMMyHo-
rnobynuHos knaccos G (IgG), A (IgA), M (IgM) aHanu-
3MpoBaaM C MOMOLLbID MeToAa HeddenoMeTpun Ha
npubope BN ProSpecSiemens ¢ ucnonb3oBaHueM
HabopoB NAntiserum to Human IgG IgA IgM cornacHo
WHCTPYKUuK npomssoauTens. MNokasatenu T-numdo-
umtoB MeHee 1000 kn/Mkn, B-numdountos MeHee
200 KN/MK, CHUKEHWE OQHOTO MM HECKOSTbKUX KMacCoB
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MMMYHOIr100yNMHOB MeHee 2 CTaHOapPTHbIX OTKITOHEHWI
OT CPeLHeBO3PaCTHON HOPMbI KNaccudULMpoBaIu Kak
CHUKeHHble. [1ns aHanu3a Ucnonb3oBan1cb U3MepeHws,
MPOBOAMMbIE HE paHee YeM uyepe3 6 Mec Mocne BbICO-
KOLO3HOM xumuoTepanun. U3 aHanusa B-numdounTos
UCKJITIOYEHBI NaLMEHTbI, MONyYMBLUME NPEALLIECTBYIOLLYIO
Tepanuio puTykcumaboM, BHe 3aBMCMMOCTY OT CPOKOB
ee npoBefeHus. B criyyae NOBTOPHbIX UCCMENOBaHUIA Y
OQHOrO MauMeHTa MCMOoJIb30BaNINCh UX MaKCUMarbHble
3HaueHus. MNokasaTtenu IgG aHanuavpoBanuch fo Havana
Tepanuu npenapaTtamMmm MMMYHOrNoByIMHOB.

BbisiBneHne MyTtaumi B reHe ATM nposopunu
METOLOM BbICOKOMPOU3BOANTENIBHOMO CEKBEHMPOBAHWS C
ncnonb3oBaHneM 2 TapreTHbix NGS-naHenen: rubpuam-
3aLMOHHON NaHenu «/IMMyHomormyeckas», BKIIIOYaloLLEN
345 reHoB, acCOLMUPOBAHHbIX C Pa3NUYHbIMK UMMYHO-
gecouumtamu (n = 23), 1 aMNIMDUKALIMOHHON NaHesnu
«ATaKCcUs-TeNeaHrnakTasus», paspaboTaHHON UCKIIIO-
unMTENbHO NS MccnenosaHus reHa ATM (n = 28). Mpobo-
nogrotoBka [AHK-6ubnuoTek ocyLlecTenanacs METOAOM
CeneKkTUMBHOro rubpuamsaumoHHoro oborauleHuns c
MPUMeHeHMeM KaCTOMHOI NaHes M 30HA0B NPOVU3BOACTBA
Roche (LLBeiiuapus) ans naHenu <MMMyHonormyeckas»
1 C moMoLLblo KoHCTpykTopa OHK-6mbnunotek GenSeqTM
¥ NaHenu npaimepos Custom Panel AmpliSeq (Thermo
Fisher Scientific) ons naHenu «ATakcus-TeneaH-
rMakTasus». CekBeHMpoBaHWEe NPOBOAWUIM METOLOM
MapHO-KOHLEBbIX NpoYTeHMn Ha nnaTdopme Illumina
NextSeq n MiSeq (CLLA) ansa naneneit «/MMMyHonornue-
CKasi» U «ATaKCUA-TeNleaHr M3KTa3ns» COOTBETCTBEHHO.
[ns oueHKM NOMYNALMOHHBIX YacTOT BbISIBIIEHHbBIX Bapy-
aHTOB UCMOMb30Banuchb BbiIbOpkM NpoekToB gnomAD,
1000 Genomes, ESP6500 n Exome Aggregation
Consortium, Ana OLUEHKN KMMHUYECKON 3HaYMMOCTH —
6a3bl faHHbiX OMIM, HGMD, ClinVar n cooTBeTCTBYyIOLLME
nuTepaTypHble aaHHble (PubMed). B cniyuae BbisiBneHus
KPYMHbIX MHCEepLUWii/aeneuunit BanuoaLmio NpoBOAKIIY
MeTOAOM MYFMbTUMNIIEKCHOW NIUra303aBUCMMON aMNn-
thukaumm npob (MLPA) ¢ ucnonbsosaHneM Habopos
SALSA MLPA P041 ATM-1 n P042 ATM-2 npou3BoacTsa
MRC-Holland (FonnaHaus).

Bupyc KpacHyxu onpenensinu B buonTtatax rpaHyne-
MaTO3HbIX 04aroB KOXM METOAOM MOJIMMEPA3HOWN LIEMHON
peakumu (MLP) ¢ ncnonbsosaHunem Habopos AMnnnCeHc
Rubellavirus-FL (MHTellabcepauc, Poccus) B cooTseT-
CTBMM C UHCTPYKUMEN NPON3BOANTENS.

TREC (T-kneTouHble 9KCLM3UOHHbIE KonbLa) K
KREC (Kanna-aKcLn3noHHble Komblia) SBASioTCA Mosle-
KYNSAHO-TeHeTMYEeCKUMU MapKepaMu TMMOMO3I3a U
B-numdbonoasa cootBetctBeHHo. TREC n KREC ananwu-
31poBanu MeToaoM konuyectseHHon MNLP B peanbHoM
BpeMenu. [JHK akcTparmuposanu 13 100 Mkn uenbHon
KpoBu C aHTMKoarynsaHTtom EDTA ¢ nomowbio Habopa
LA 3KCTPaKUMK HykneumHosbix kucnot PUBO-npen
(AMnnnCenc, Poccusa). [Ins nposeneHnsa aMnindomkaLmm
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ucronb3osanu Habop T&B (ABB-TecT, Poccus). AMnnu-
dhukaumio nposogunu Ha cucteme MUP B peanbHoM
BpeMenn CFX96 (BioRad, CLLIA). B kauecTee BHyTpeH-
HEro KOHTPOMs Ucnonb3osanu anbbyMuH. Konuuectso
konuit TREC (KREC) paccuutbiBanu Ha 10° neiikounTos
C UCNONb30BaHWeM hopMyrbl:

KonuuecTeo Komuit TREC (KREC)/konnuecTso konuit
anbbymuHa x 200,000.

Huskumn cumtanuce nokasatenun TREC n KREC
MeHee 50, paHHoe 3HayeHue 6bino BbIBpaHO B CBA3K
C TeM, YTO OHO MCMOMb3YETCA Kak MUHUManbHOEe B
nposoguMoM B Poccuiickoin ®epepaumnn HeoHaTaslbHOM
CKpUHUHre ¢ u3MepeHueM TREC/KREC. [nsa aHanusa
MCMoJb30BanNCb U3MEPEHUS, MPOBOAUMbIE He paHee
yeM yepes 6 Mec Mnocne BbICOKOJO3HON XMMWUOTE-
panuu. N3 aHann3a KREC ucknioyeHbl nauneHTsl, nony-
UMBLUME MPefLUECTBYIOLLYI0 Tepanuio puTykcumabom,
BHE 3aBMCMMOCTM OT CPOKOB ee npoBefeHus. B cnyyae
noBTOpHbIX nccnepnosaHunin TREC 1 KREC y ogHoro naum-
€HTa MCMoMb30BaIMCh X MaKCUMasIbHbIe 3HAYEHMUS.

PeHTreHonormueckas oueHKa WCXOLHOM TSKECTM
TeueHus u auHamuku UINBJT npoeoamnack ¢ ncnonb3osa-
HWEM MyNbTUCMUPANbHON KOMMbIOTEPHOW TOMOrpadmu
(MCKT). laHHoe nccrienoBaHme BbIMOSHAMNOCh Ha annapare
GE BrightSpeed 16 (GE, CLLA) c waroM uccnegosaHus
1,25-5 MM ¢ nocnenytoLLeit peKOHCTPYKLUMEN NSt aHanm3a
0,6—1,25 MM C 1MCMONb30BaHMEM KOHTPACTHOMO YCUIIEHNS
/iomonpoMmuaoM (YnbTpaBuUCT) COMMAcHO UHCTPYKLMU.

[Ons ructonornuyeckoi Bepudpmkaumnm nopaskeHus
NEerk1x psgy NauMeHTOB BbIMOJSHAMACh TOPAKOCKONMYe-
cKas aTunuuHas (Kpaesas) buoncus.

MaTomopdponornyeckoe nccnenosaHune buontaTta
MPOBOAMIIOCH KaK CTaHLAPTHbIM MTMCTOXMMUYECKUM OKpa-
LUIMBaHWEM reMaTOKCUVHOM W 303UHOM, TaK U C UCTOMb-
30BaHWEM MMMYHOMMCTOXMMUYECKUX MapKepoB — Habop
anTuTen k CD20, Pax5, CD3, CD4, CD8, TdT, Ki-67, EBV,
rubpuamnsaums in situ EBER ISH Blue.

CTaTUCTHUECKUI aHanu3

XapaKTepucTuku, cBasaHHble ¢ 3aboneBaHueM,
onpenensnucb YacToTaMu AfA KaTeropuanbsHbIX nepe-
MEHHbIX, MeAnaHaMn U puanas3oHamu ANs Konuye-
CTBEHHbIX NepeMeHHbIX. [Nokasatenu TREC n KREC bbinu
Bblpa)eHbl Kak cpefHee 3HauveHve + SEM. 3HaueHus
p MeHee 0,05 cuntanucb CTaTUCTUYECKM 3HAUUMbBIMAU,
Cratuctnyeckunii aHanus Bbin BbIMOSIHEH C UCMOSIb30Ba-
HueM nporpaMmHoro obecneuenna XLSTAT, Addinsoft,
2015.

PE3YJIbTATbI UCCJTIELOBAHUA

O6wian xapaKkTepMcTMKa NauMeHToB C CUHAPOMOM
aTaKCUMU-TeneaHrMaKTasum

M3 50 naumeHToB ¢ AT 26 bbinu MycKoro nona,
MeAnaHa BO3pacTa Ha MOMEHT OKOHYaTenbHOro



OPUTUHAJNbHBIE CTATbU

aHanusa faHHbIX unu cMeptu coctasuna 10,5 (5-28)
roga. o HauMoHambHOMy COCTaBy MauMeHTbl UCCreny-
€MOW rpynnbl pacnpenenunuch crnepyiowmM obpasom:
31 — pycckue, 10 — asepbangxaHupl, 5 — apmsHe,
2 — YeueHubl, 2 — parecTaHubl n 1 — kabapauHed.
Y 9 naumeHTOoB M3 5 ceMen poauTENWU COCTOANMU B
Bnuskom popcTse.

MepanaHa Bo3pacTa MOCTAHOBKM AMarHo3a CMHApPOMa
AT cocTaeuna 6 (3—-17) net. Y 5/50 nauneHToB amarHos
BbIn NocTaBneH ToMbKo nocre/Ha hoHe pasBUTHS OHKO-
NOrMYECKNX OCMOKHeHWN. MeanaHa Bo3pacTa NposiB-
neHwnit atakcum coctasuna 1,5 (1-5) ropa. Hanuuve
M BO3pacT MOSIBIEHUSI TefleaHrMakTasmin mor bbiTb
0b03HaueH poautensamu B 49 cnyyasx. MHTepecHo, 4To y
7/49 NauMeHTOB Ha MOMEHT aHa/IM3a AaHHbIX TeneaHr -
9KTa3Wih 0TMEYEHO He Bbino, MeanaHa nx BO3HUKHOBEHMSA
y ocTaBLuMxcsi 42 naumeHToB cocTasuna 5,2 (1-14) ropa.

INeTanbHocTb B MccnenyeMoi rpynne coctaBuna
20% (10/50), meanaHa BospacTta cMeptu 11 (5—-28) ner.
MpuunvHamMm cMepT y 6 NaUMEHTOB SBUANCH OHKOMOMMU-
yeckue 3aboneBaHus, y 4 — nHpexumu.

WHdpeKkLMOHHbIE OCNOXKHEHNSA

MHpeKUNOHHbIE MPOSABMEHUS Yy NauUWeHTOoB C
cvHapoMoM AT Bbinu nonuMopdHbIMKM U pasHoobpas-
HbIMUW. Taxernble MHeKUMM oTMeueHbl B 12/50 (24%)
cnyyasx. Cpeoun TKenbIX MHADEKLUMIA OTMeYeHbl NMHEB-
MOHWW, CUHYCUTbI, OTUTBI.

AyTOWMMYHHbIEe OCNOXHEHUS

AyTOWMMyHHble NposiBNeHUs oTMedeHbl y 26/50
(52%) nmauveHTOB, MenuaHa Bo3pacTa ux gebloTa
coctaeuna 6,5 (2-12) ropa (rabrmya 1). OHn BKNO-
yanu: uutonenun — y 5 naumeHTos (HelTponenusa —
1 cnyuait, aHemus n TpoMbouuToneHus — 4), apTput —
y 3, rpaHyneMaTtosHbin gepmatut —y 5, UJBJ1 -y 13.
['paHynemMaTo3HbIl AepMaTUT SBMAETCA CUMMTOMOM,
BbICOKOCNeLMUYHbIM ans 3abonesaHuii ¢ HapyLle-
HueM penapauun OHK (AT n cuHgpom Huimeren) [15].
MenmnaHa Bo3pacTa pa3BuTWS rpaHynemMaTosHoro fepMa-
TuTa coctasuna 6 (2-9) net (pucyHok 1). OmarHos
rpaHyneMaTo3HOro jepMatuTta bbin NoATBEPMKAEH MUCTO-
norudyecku y Bcex 5 nauueHTos, y 2/5 B bruonTtate Bbin
0bHapy»eH BMUPYC KpaCHyXy.

MopaxeHue nerkux

MopaskeHwe nerkunx npu AT ABNSETCS U3BECTHBIM U
4acTO BCTPEYAIOLLMMCS OCITOMKHEHMEM, B CBA3UN C 3TUM
Mbl MPOaHanNu3vMpoBanu faHHOe NPosBreHVe nogpobHee.

B nccnenyemoii Hamu rpynne nopaskeHue nerkux B
BMae hopMUpOBaHUs BPOHX03KTA30B 0TMeUeHo Yy 8/50
(16,0%) naumeHToB (pucyHok 2). MMyHHOe nopa-
seHune nerkmx B euae UIBM BosHukio y 13/50 (26,0%)
naumnenToB (pucyHok 3). MeamaHa Bo3pacTa nepebix
KNUHUYECKUX Unn paguonoruyeckmx cumntomos UJ1BJT

coctaBuna 6 (2-10) net, MeguaHa Bo3pacTa Bepu-
coukaumu WUNBN — 8 (4-12) net. OnarHos WUIBJT 6bin
NOCTaBMNEH Ha OCHOBAHWMU KIIMHWKO-PEHTreHonornye-
CKMX laHHbIX 1y 7/13 NOATBEPMAEH MMCTOMOMMYECKM.
Y 7/13 nauneHTOB peHTreH-rMCTONOrMYeCcKni BapmaHT
WNBJ bbin npefncTaBneH B Buae nNuMdountapHon
MHTEPCTULMANbHON MHEBMOHUM U B 6/13 — KOMBUMHA-

Tabnuua 1

MHbeKumnoHHbIe 1 ayTOMMMYHHbIE NPOSBMEHMS Y NaLm-
eHToB ¢ AT (n = 50)

Table 1

Infectious and autoimmune manifestations in the patients
with ataxia-telangiectasia (AT) (n = 50)

Bospact
MaHudecTauum,
Yucno MeanaHa .
EhnnTans nauveHToB,  (guanason), JleTanbHbii
Symptoms n ropbl ucxon, n
Number of Age at Death, n
patients, n  manifestation, the
median (range),
years
MHdbekumm
Infections
Het/nerkve 38 4 (1-9)
No/mild
Tasenble _
Severe 12 2 (1-5) 4
AYTOMMMYHHbIE OCJI0HEHNS
Autoimmune complications
ApTput w
Arthritis 3 9 (4-9)
LiuTonexuu:
Cytopenias:
HeMWTponeHus 5
neutropenia 3 (2-10)
aHemua 1
anemia
TpombounToneHms 4
thrombocytopenia
['paHyneMaTosHbI
nepmartut w
Granulomatous 5 6(2-9)
dermatitis
WITBI
Interstitial lymphocytic 13 8 (4-12)

lung disease (ILLD)

PucyHok 1

AyTOUMMYHHbIE OCMOXHEHUS Npu cuHapome AT

A — nechopmupyioLLMin apTpUT MeKdanaHroBoro cycrasa
4-ro nanbLa npaBoi KUCTW; b — apTpuT NpaBoro KoseHHoro
cycTaBa; B — rpaHynematosHblii iepMatuT go Tepanum; [ —
rpaHyneMaTosHblil AepMaTUT Nocse NoMxMM1MoTepanmm

Figure 1

Autoimmune complications in the patients with AT
syndrome

A — deforming arthritis of the interphalangeal joint of the 4"
finger of the right hand; b — arthritis of the right knee joint; B —
granulomatous dermatitis before therapy; I = granulomatous
dermatitis after chemotherapy
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PucyHok 2

BpOHX03KTaTUUECKME U3MEHEHUS NIErKUX Y 3 MaUneHToB ¢ AT, He MOJyYaBLLMX 3aMECTUTENbHYIO Tepanmio BHYTpU-
BEHHbIMU UMMYHOrNoBynuHamu (BBAT)

A- KOHLeBble 6p0HX03KTa3b|; b- TPaKUMOHHbIE 6p0HXOSKTa3b|: B — MeLwoTuatble 6p0HX03KTa3b|

Figure 2

Bronchiectatic changes in the lungs of 3 patients with AT who did not receive intravenous immunoglobulin (IVIG)
replacement therapy

A — bronchiectasis involving terminal bronchioles; b — traction bronchiectases; B — saccular bronchiectases

‘ H l!
1
PucyHok 3

WIBJ1 npu cvHppoMe AT po v Ha dooHe Tepanuu abaTauenTom

A — pONNMKYNAPHbIA BPOHXMOMNMUT B COUETAHWUN C IMMADOLIMTAPHOM NMHEBMOHMEN: GOKYCbI M0 TUMY «AepeBo B Nouvkax> (yKasaHbl
cTpenkamu) Ha choHe AMAPXPY3HOTO M3MEHEHUS UHTEPCTULMS; B — TOT e naumeHT uepes 12 mMec Tepanuu abatauenTtom; B —
nUMcpoLMTapHas MHTEPCTULMATIBHASA MTHEBMOHWS: AUDY3HbIE M3MEHEHUS UHTEPCTULMS MO TUMY «MaTOBOro CTekna» (ykasaHbl
cTpenkamu); I — TOT ke naumeHT yepes 12 Mec Tepanuv abatauenTom

Figure 3

ILLD in the patients with AT syndrome before and during treatment with abatacept

A - follicular bronchiolitis and lymphocytic interstitial pneumonia: tree-in-bud pattern (arrows) and diffuse interstitial changes; b -
the same patient after 12 months of treatment with abatacept; B — lymphocytic interstitial pneumonia: diffuse interstitial changes of
ground glass opacity (arrows); [ — the same patient after 12 months of treatment with abatacept

€J€I
d

[o Tepanuu abatauenTtom Yepes 12 mec Tepanuu abatauentoM
Before treatment with abatacept After 12 months of treatment with abatacept
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OPUTUHAJNbHBIE CTATbU

umen MMMAOLMTAPHON MHTEPCTULIMANBHON MHEBMOHWUM U
honnukynsipHoro bpoHxuonura.

OHKOnoruyeckue oCrNoXXHEHUs

Y 14/50 (24%) naumeHTos ¢ cuHopomoM AT passu-
nocb 16 cnyyaeB oHKonoruyeckux sabonesanuin. Y
5 (35%) nauueHToB AMarHos cuHopoma AT 6bin ycTa-
HOBMEH Y€ Mocsie Pa3BUTUS 311I0KAYECTBEHHOIO HOBO-
obpasoBaHusa. MeanaHa Bo3pacTa pasBUTUA NepBow
onyxonu cocTasuna 6 (1-28) net. NumdomaHoe npouc-
xosaeHve umenn 15/16 onyxonen, npu aToM npeobna-
[anu 3pesible B-KNeTouHble HEXOOXMKUHCKME NMMAIOMDI
(B-HXN) — 7 cnyuaes (rabnuua 2). Y 5 naumeHToB 6bin
OMarHoCcTUpoBaH OCTPbIN NUMobnacTHbIR Nenkos
(onn), y 1 — numdooma Xomskuna (J1X), y 1 — T-num-
dobnactHaa numdroMa, Takke Habrioganca 1 cnyvaw
penkoit NK-/T-kneTouHoi nuMdpombl. OTMeuyeHo
2 cnyvas pasBuTMss BTOPOM onyxomnu. B ogHom cnyvae
y naumeHTa B Bo3pacTe 3 feT bblna AMarHoCTUpO-
BaHa Mepynnobnactoma, a B Bo3pacTe 5 neT passu-
nacb numdooma bepkutta (J1B). Y apyroro nauueHTa
nocne poctuxeHus pemuccum OJ1J1 passunack BTopas
onyxonb — 3penoknetoyHasa B-HXIJI. MauneHTsl nony-
Yanu Tepanuio OHKONOrnyeckux 3aboneBaHuin No cooT-
BETCTBYIOLLMM NPOTOKOMaM, B BONbLUMHCTBE ClyYaeB C
WHULMAnNbHOW pefyKumuei 003 ankunupylowmx npena-
patoB (B cryyae yCTaHOBIIEHHOrO UM AMarHosa AT)
UNU peaykuven BBUAY PasBUBLUENCH TOKCUUYHOCTW.
MopnpoBHbi aHanM3 3hHEKTUBHOCTU, TOKCUYHOCTM
XUMUOTepPanuu u neTanbHocT Npu AT BbIXOOWT 38 paMKy

Tabnuua 2

OaHHOM nybnukaumu, oH ByneT nposefeH B OTAENbHOM
uccrnenosanuu (J1.X. AHoepskaHoBa v COaBT., B nevat).
LLlecTb NaUMeHTOB yMepsn, 8 — sK1Bbl B CTaTyCe KIMHW-
KO-TeMaTosIorMyecKoin pemMmnccum,

Tepanus

Bce mauveHTbl mocne NocTaHOBKM AuarHosa AT
nonyvyanu Tepanwuio npenapatamu BBUI', HesaBucumo
oT ypoBHa IgG. Ha doHe Tepanun BBUIT oTMeueHo
COKpaLLeHWe 4acToThbl U TAXECTU OCTPbIX MHPeKUn-
OHHbIX 3MM3070B. TakXe y 3 mauneHTOB C apTPUTOM Ha
choHe Tepanuun BBUIM 0TMeueHO yMeHbLUEHNE CYyCTaBHOM
CUMMTOMATUKM.

Tepanusa uUMTONEHW A NPOBOAMIIACH MO CTaHLAPTHbLIM
NPOTOKOJ1aM C NPUMEHEHUEM [TIIOKOKOPTUKOCTEPOUIOB M
pUTYKCMMaba C XOPOLLMM OTBETOM.

Tepanus rpaHynemMaTo3HOr0 MOPasKEeHUs KOXM BKITIO-
Yyana MecCTHble U CUMCTEMHble CTepouAbl, CUCTEMHYIO
aHTnbakTepuanbHylo Tepanvio, npenaparbl nHTepde-
poHa-anbda, 0OHaKO HU OAMH U3 3TUX BUAOB Tepanuu
He NpUBEN K YMeHbLUEHNIO 06beMa rpaHyneMaTo3HbIX
o4yaroB. YnyulleHue cO CTOPOHbI FPaHyNneMaTo3HOro
pepMatuta 6610 0TMEYEHO NULLb Ha OOHE NMONUXUMUO-
Tepanuu, NPoBOAMMON MO MOBOAY OHKOSIOMMYECKOro
3abonesanus (pucyHok 1I).

[ByM naumeHTam guarHos UJITBJT Bbin nocTasneH B
TepMuWHanbHOM cTaguun 3abonesanHus, UM cneuundunye-
ckasa Tepanusa He nposoaunack. VIMMyHocynpeccusHas
Tepanus pasnuyHbIMK MpenapaTtaMu, Bkoyas byne-
COHWA, CUCTEMHbIE TTIIOKOKOPTUKOCTEPOUAbI, PUTYK-

KnunHnyeckas xapakTepucTrka OHKOMIOMMUYECKMX MPOSBIEHNIA Y NaumeHToB ¢ AT

Table 2

Clinical characteristics of neoplastic manifestations in the patients with AT

Yucno naumeHToB

BospacT pebioTa, s
Yeno MeauaHa C peaykuuen 103
XuMnotepanuu JNetanbHbi
Bun onyxonu cnyyaes (auanason), TMpuMeHsieMble NPOTOKOSbI forabelor
Type of tumor Nu%ber of A troﬂbl e Applied treatment protocols patients who ’Efex;:#’,?
cases gedq o?se > ]e received reduced ’
metianjuange chemotherapy
years doses

MoauchnuMpoBaHHbI MPOTOKON

gﬂﬁgﬁ” 5 7 (6-11) B-NHL 2020M 5 3
Modified B-NHL 2020M protocol
B-HXI1 HeyToUHEHHas 1 28 HeT pmaHHbIX HeT pnaHHbIX 1
Unspecified B-NHL No data available No data available
X MonuchmumMpoBaHHbI MPOTOKON
HL 1 7 GPOH 2002 1 0
Modified GPOH 2002 protocol

MopaudhmuMpoBaHHbI MPOTOKON

B 1 5 B-NHL 2020M 1 0
Modified B-NHL 2020M protocol
onn L ALL-MB 2008,
ALL 5 437 ALL-MB 2015 4 1
T-numdpobnactHas numcpoma n
T-lymphoblastic lymphoma 1 1 BFM-LMB 1 0
m((_—//TT_—KneTquaﬂ numcpoma 1 10 Henp?rpaMMHaﬂ Tepanus 1 1
cell lymphoma Non-protocol treatment

Mepynnobnactoma HeT naHHbIx
Medulloblastoma 1 3 HIT SKK No data available 0
B 16 6 (1-28) 13 6

Total

Mpumeyanne. I6KKIT — apuchcbysHas B-kneTouHas KpyrnHOKIEeToYHas IMMgboma.

Notes. DLBCL - diffuse large B-cell lymphoma; B-NHL — B-cell non-Hodgkin lymphoma, HL — Hodgkin lymphoma; BL — Burkitt lymphoma; ALL — acute lymphoblastic leukemia.
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PucyHok 4

NMMyHonormyeckune nokasaTtenu B rpynne nauMeHToB ¢ CUHOPOMOM AT
A — nokasatenu IgG v IgM; b — nokasatenu T- n B-numdoounTos. CepbiM NoKkazaHa 0611acTb HMKE HOPMaSIbHbIX 3HAYEHWI

Figure 4

Immunological profile in the group of patients with AT syndrome
A —1gG and IgM levels; B — T- and B-cell levels. Grey color represents an area with T- and B-cell levels below the normal range

igM, r,f'n

cuMab, MeToTpekcaT, nposoamnach 11/13 nauneHtam
¢ WUITBJ1 6e3 cTonkoro TepaneBTMyeckoro adpdpekTa.
B nocnepyiowwem 3TuM naumeHTam bbina MHUUMMPO-
BaHa TapreTHas Tepanus UI1BJ1 npenapatom abatauent
(MHrMbuTop Ko-cTUMYnAUMKM T-NMMdOUUTOB) B CpedHei
nosuposke 13,5 + 1,3 Mr/kr Kaxible 4 Hen. MeaguaHa
MPOAOKMUTENBHOCTH NeueHus cocTasuna 4 (0,5-7) ropa.
Uepes 12 Mec neyenus Bce 11 maumeHTOB AOCTUIK
MeOMKaMeHTO3HON peMuccun. Ha MOMEHT HanucaHus
cTaTbu 6 MaLMEHTOB NPOJOITIKAIOT TEPANMIO U HAXOAATCS
B pemuccum no UIBJ1, 5 — yMepnu oT pasnnyHbIX OCNOX-
HEHWI OCHOBHOr0 3aboneBaHus, He cBsidaHHbIx ¢ UJTBJ.
Y 2 naumeHTOB, He NofyyYaBLUKX abaTauenT, oTMevanach
nporpeccusa UIBJ1 ¢ pasBuTueM abixaTenbHOW HepocTa-
TOYHOCTU TAMKENON CTENEHU C NocneayioLlen [eKOMMneH-
cauvei, NoTpebHOCTbIO B MPOBEAEHNN UCKYCCTBEHHOM
BEHTUMAUMU NMErKMUX U NeTanbHbIM UCXOAOM B CBSI3U C
Pa3BUBLLUMMUCA UHIPEKLMOHHBIMU OCIIOKHEHUAMM.

Y 3 nauMeHTOB C apTPUTOM OTMEYEHa MOJSIOXM-
TenbHasa LMHaMKKa CO CTOPOHbI CYCTaBHOIMO CMHAPOMA
Ha doHe Tepanuun BBUIT 1 abatauenTtoM, KOTOPbIA OHM
nonyyanu B cesAsu ¢ UIBJ.

INabopaTopHbie paHHbIe

MoBbILWeHHbIA anbda-getonpotenH (> 20 Hr/mn)
AIBMSAETCA OCHOBHBLIM NabopaTOPHbIM ANArHOCTUYECKNM
kpuTepuem AT, oH Bbin KOHCTaTUpPOBaH Yy BCex 42 nauu-
€HTOB C AOCTYMNHOM MHAOpPMaLIMen 0 aHHOM napameTpe
v cocTasun 191 (44-830) Hr/mn.

LlaHHble 06 YPOBHSAX MMMYHOrMOBYNUHOB KPOBK [0
Hauana 3aMeCcTWUTENbHOM Tepanuu Bbinu LOCTYMHbI Y
41 yenoseka. CHuxeHve 1gG otMeueHo y 21/41 (51%),
cHuskeHune IgA —y 32/41 (78%), nosbiweHwe IgM —y
17/41 (41%), chumenve IgM —y 2/41 (5%) (prcyHok 4A).
OaHHble 0 cybnonynsiuMoHHoM cocTaBe nuMdo-
UMTOB OTBEYanu KPUTEPUAM aHanusa y 47 nauueHTos.

Bonpoch! FeMaTonori/oHKONOr A 11 MMMYHONATONOM U B NeauaTpum
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T-sneTHK, ThIC MK

B-vneTH, Teic/MuN

PucyHok 5

Mokasatenu TREC/KREC

CepbIM MokasaHa 0b1acTb HUKe LOMyCTUMOrO YPOBHS Mpy Npo-
BeAeHWUN HeOoHaTanbHOIo CKPUHMHIa B POCCMVICKOVI (De,uepauwm

Figure 5

TREC/KREC values

Grey color represents an area with TREC/KREC levels below the
established cut-off values used for newborn screening in the
Russian Federation
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CHuxeHne T-nuMdbounToB oTMeueHo y 23/47 (49%),
CHUMeHue B-numdpountos — Takwe y 23/47 (49%),
O[IHAKO CHUKeHWE Kak T-, Tak u B-numdoumntos — nuiub
y 17/47 naumentos (pucyHok 45).

AHanu3s 3HaueHuit TREC nposopumncs y 33 naumeHToB
B BO3pacTe Ha MOMEHT M3MepeHust 3TUX MokasaTenen
8 (2-16) nert. Hynesble sHaueHns TREC oTMeueHbl y 4/33,
HWU3KKE 3HaueHus —y 21/33 naumeHTa. AHanu3 3HaueHuit
KREC npoBopuncsa y 31 nauveHTa B BO3pacTe Ha MOMEHT
“3MepeHnst 3Tux nokasatenen 8 (2—16) net. Hynesble
3HaueHust KREC 3adoukempoBaHbl y 10/31 v CHUMeHHble —
y 9/31 6onbHbIX. Y 10 nauneHtos TREC/KREC uccre-
posanuch bonee 1 pasa, BOCTOBEPHbIX Pa3fMUmMii MOKa-
3aTenen C TeYEHWeM BPEMEHU HU Y OOHOr0 M3 HUX
3ahMKCMpoBaHO He Bbino. Kak MUHMMYM OLMH HU3KUI
nokasatens TREC unun KREC umenu 28/33 nauneHToB
(pucyHok 5).
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OBCYXXIEHUE PE3YJIbTATOB UCCITELOBAHUA

B poccuitckoi nutepatype umelotca nybnvkaumu,
MOCBSALLEHHbIE HEBPONOTMYECKUM npoaBrneHnsaM AT
[16-18], ogHaKo MMMyHOreMaToformyeckmne ocobeH-
HOCTW 3TOr0 3aboneBaHNs OCBELLEHbl HAMHOMO MEHBLLE.
MMeHHO No3ToMy B faHHOM paboTe HaMu caenaH Gookyc
Ha 3TOM. TeM He MeHee HEeMb3si He 0TMETUTb, YTO MpK
paHHeM NOABMEHUM TaKMX TUMWUYHBIX Ans AT cMMNTOMOB,
Kak atakcus (Meauana pebioTa B Hawein rpynne —
1,5 ropa) u TeneaHrnskTasua (MeamaHa nebwoTa —
5,2 ropa), oTcpoyKka fMarHosa B uccreayeMoi rpynne
coctaswna 4,5 roga n y 1 nauneHtku gocturna 17 ner.
3T0T haKT roBopuT 0 HEOHXOAMMOCTM MpOBEAEHUS
obpasoBaTefibHbIX MEPOMNPUATUI CPeau HEeBPOJIOroB.,
Habnopawowmx nauveHtoB ¢ AT. B HacTosLLee BpeMms
3aboneBaHne He UMEET KypaTMBHbLIX OMLUMIA U COMPOBO-
)KOaeTCa BbICOKOW MOPBUMEHOCTBIO M MOpPTanbHOCTLIO. B
HaLLeWn, NPenMyLLECTBEHHO NeAMaTpPUYECKON, MONYSALMM
(MeamaHa BospacTa nauueHTos — 10 neT) neTanbHoCTb
coctasuna 18%, n B BonblUMHCTBE CryyYaeB NPUYNHON
CMepTU SABUMUCb MHAEKLMOHHbIE OCMOMHEHMs. 3Ta
umdopa HaMHOro Bbilwe 9% neTanbHOCTU, OMUCAHHOW B
MeTaaHanu3se E. Petley u coaBT., rie MeavaHa Bo3pacTta
Bbina cpasHuMa (12 net) [1]. Heobxoanmo oTMETUTL, UTO
paHHssA NOCTaHOBKa AnarHosa AT no3BonseT NPoOBOAMTb
3TWUM NauMeHTaM afieKBaTHYIO MOCMHAPOMHYIO Teparnuio,
BKITIOUAs PerynspHyl0 3aMecTUTENIbHYI0 Tepanuio
npenapataMu UMMyHOrnobynmMHOB, YTO, CKOpee BCEro,
NO3BONUT NPELOTBPATUTL HEKOTOPbIe TAMesble/cMep-
TeslbHble 0CMI0XKHEeHMA. KpoMe Toro, paHHsA MocTaHOBKa
OuMarHosa nepeoMy pebeHKy B CEMbe [AeT BO3MOXK-
HOCTb MPOBEAEHUA CEMEWHOro KOHCY/IbTUPOBaHUS W
npeHaTanibHON OMarHOCTUKM B LeNsX NpefoTBpaLLeHus
POKLEHUSA LPYTUX LETEN C TaKUM TSKeSbIM COCTOSIHUEM.
B HacTosiLeM uccnenosaHun 5 cemei umenu bonee
ofHoro pebeHka ¢ AT, uto, 6e3ycnoBHo, ABNSETCS ANs
HUX TAXENbIM BpeMeHeM.

B 3aBUCMMOCTM OT HauMOHarbHbIX 0COBEHHOCTEN U
NponopLuM NaumneHToB C NerkuM Teyennem AT yacToTa
TAsKenbIX MHdpekunit Bapbupyet ot 50 go 70% [1, 7].
B naHHOM uccnepoBaHun 24% nauueHTOB cTpamjanu
OT TSXKEeNbIX MHPeKUMI, 1 B 4 criyyasix OHW SBUIIUCH
NPUYNHOM CMEPTHK.

Yactota (ayTo)UMMYyHHbIX MPOABMEHWA 3HAUM-
TenbHO HepooueHeHa npu AT. VIMMyHHbIe uMTOMEHUH,
apTput n UINBJ1 ABNSAUCL OCHOBHBIMU UMMYHHbLIMU
MposiIBIeHMsIMK B UCCllefyeMow rpynne u boinv npea-
cTaBneHbl y nonosuHbl (51%) nauueHTtos. UIBN sBns-
€TCSl OTHOCUTESIbHO HelaBHO 0B03HauYeHHOW NaTosornen
MPW pasfIMuHbIX BUAAX NEePBUYHBIX UMMYHOAEULIMTOB
W OTIMYaETCH 3HAUMTENbHOW MMMOAMArHOCTMKOM. Kak 1
MPOLEMOHCTPMUPOBaHO HaMmu paHee [19], y nauveHToB C
AT WUIBJT B ocHOBHOM 06ycfoBneHa NMMMdOLMTapHOW

MHTEPCTULMANbHOW MHEBMOHMWEN, pexe B KOMBMHaLMK
C ponnuKynsapHbIM BpoHxMonuToM. Hamu nokasaHa
3 heKTUBHOCTb TapreTHOro NPUMEHEeHUs npenapaTta
abatauenT B neyeHnn aaHHbix doopm UIBI npum AT.

ELLe 0oaHMM YacTbIM OCNOKHEHVEM ABMSETCA rPaHy-
NeMaTO3HOE MOPaXKEeHNEe KOXW, XapaKTepPHOe AN naum-
EHTOB C CMHApOMaMu HapylweHua penapauun [HK,
BKM0Yas cuHApoM HuiiMeren [20], cuuppom Jyn—bap.
K coskanenuio, ncnpoboBaHHble Ha CErOOHALLHWA AeHb
OnNuMK Tepanun He NPUBOLANIIN K YMEHbLLEHWIO AaHHbIX
NPOSIBNEHUIA U 3TO OCNoXHeHne AT ocTaeTcsi Hepe-
LLIEHHOW TepaneBTUYeCcKon npobremon.

B HaweM uccnenoBaHun y 24% nauneHTOB pa3su-
nMCb OHKoMorunyeckne 3abonesanus. B 35% cnyvaes
omarHo3 AT bbin ycTaHOBMEH NOCIe pa3BUTUA OHKOMOT W=
Yeckux nposineHuin. BeiseneHve cunopoma AT y naum-
€HTa [0 Hayana NpoTMBOOMYXONEeBOW Tepanuu KpanHe
Ba)KHO AN BblbOpa TaKTUKM Tepanuu v NpepoTBpa-
LLIEHUA Pa3BUTUA TAKENbIX TOKCUUYECKUX OCIIONKHEHUN.
MccnepoBanusa nokasanu, Yto pefyKuust 403 XMMuoTe-
panuu no3sonseT u3beskaTb TOKCUUYECKUX OCIOMHEHUM
[21, 22]. Y MHOMMX HalMX NaumMeHToB aMarHo3 AT Bbin
3aMoAo3peEH B CBA3M C NSIOXOW MEPEHOCMMOCTBIO XUMUO-
Tepanuu, NosiIBIeHNEM MHMEKLMOHHBIX OCIOXHEHWH,
a TaKXe B CBA3W C PasBUTMEM BTOPMYHBIX OMYyXONew.
Bce aTv chakTopbl LOMKHBI HACTOPaXMBaTb OHKOJIOMOB
M NO3BOMSAIT NOCTaBUTb NaUMEHTaAM C MEPBUYHBIMU
UMMyHofedMLMTaMU NpaBuIIbHbLIN anarHo3. KpoMe Toro,
CBOEBPEMEHHO HauaTas 3aMecTUTenbHas Tepanusa npena-
paTaMv UMMyHO100YIIMHOB, a Takke TapreTHas Tepanus
UMEIOLLIMXCA MMMYHHBIX OCJIOKHEHWI YNyyLLIaloT MpOrHo3
naumeHToB ¢ AT B OTHOLLEHUN NEePEHOCUMOCTU XMMUOTE-
panuu. JleTanbHOCTb B Hallei rpynne nauneHTos ¢ AT u
OHKOMOrMYEeCKUMU NPosiBEHWAMK cocTasuna 43%, uto, no
HaLLeMy MHEHWIO, BO MHOrOM CBA3aHO C MO3[HEN nocTa-
HOBKOWM MM OCHOBHOO AMarHo3a.

3AKITIOYEHUE

[laHHOe uccnepoBaHvWe AEMOHCTPUPYET BO3MOXK-
HOCTU 3 PEKTUBHOW MNOCUHAPOMHOW Tepanuu
0CnoxHeHui AT, cnocobCTByIOLLEN YBENMUYEHUIO MPOAOIT-
MUTENBHOCTU KM3HU 3TUX NALUMEHTOB MpPU YCIOBUM
CBOEBPEMEHHON MOCTAHOBKM JMarHo3a, BKIoYas ero
MMMYHONOIrNYeckylo cocTaensLlyio. Miccneposaxus,
NPOBOAMMBIE B APYrMX CTPaHax, Nokasanu BO3SMOXHOCTb
BbIsiBNeHWs AT B xofle HeoHaTanbHOr0 CKPUHUHIa C onpe-
penexveM TPEK [23]. [nnoTHble NPOeKTbI C onpeaeneHneM
kak TREC, Tak 1 KREC [24] nokasanu cHumeHve oboux
nokasatenen y naumenta ¢ AT. B HalueM nccnenosaHum
Mbl MPOAEMOHCTPUPOBANM, YTO CHUNKEHME KaK MUHUMYM
O[IHOrO W3 3TUX NOKa3aTesnew, U, COOTBETCTBEHHO, BO3MOX-
HOCTb AMarHOCTUKW MpW CKpuHUHre cocTtaBnseT 85%.
Takum 0bpa3oM, Mbl cuMTaeM, Yto cTapTyowmii B 2023 . B
Poccun CKpyHWHT Ha Tsxkenble dOpMbl MEPBUYHBIX UMMY-
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MMMYyHONnOTrusa

HomedouuMTOB ¢ onpeneneHnem TPEK/KPEK noMoxet xoTa
Bbl YaCTMYHO pelnTb NpobreMy No3gHen NOCTaHOBKM
omarHosa cvHgpoMa AT. MynbTUaMCUMMNMHAPHDIA NOOXOA,
K BEAEHMIO 3TUX NMaLMEHTOB MO3BOMUT YITyULLMTb KauyecTBO

M NPOAOJIKNTENTBHOCTb NX XKU3HU.

UCTOYHUK ®PUHAHCUPOBAHUSA
He ykasaH.

KOH®JIUKT MHTEPECOB

ABTOpr CTaTbW NMOATBEPAUSIN OTCYTCTBUE KOHCbJ'IVIKTa WHTEepecos, 0

KOTOPOM HeobxoanMo CoobLLNTB.
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