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lNpedcmasrneHbl aHHbie MHO2011emHe20 HabndeHus epyrn-
nbl nayueHmos ¢ amakcuel-meneaHauskmasuet (A-T). [Moka-
3aHO, Ymo KnuHu4eckue rnposeneHuss A-T Moeym omiudambscs
y pasHbix 60sbHbIX. [1pu 3Mom rpoepeccupyrowas Mo3xe4ykoeasi
amakcusi, meneaHausKkmas3suu, UHQEKUUOHHbIU CUHOPOM U r10-
8bIWEHHbIU YpPOBEHb a-ghemornpomeuHa OMMeYarmcesi y 6cex
nayueHmos. [JuHamuyeckoe HabmodeHue 3a nayueHmamu ¢ A-T
10380/155eM HaKoMuUMb KIIUHUYECKUU Mamepuarn 05l OUeHKU 803-
MOXHbIX 8apuUaHmMo8 medyeHusi 3aboresaHusl.

KniouyeBble cnoBa: uUMMYyHHasl cucmema, rnepsuyHbie UMMY-
HoOegbuyumbl, amakcusi-meneaHau3Kma3ausl.

Clinical and immunological features of ataxia-
telangiectasia at case follow-up

R.F. KHAKIMOVA, G.R. KAMASHEVA

Kazan State Medical University

Long-term observations data of a group of patients with ataxia-
teleangiectasia (A-T) are presented. It is proved that clinical im-
plications of A-T may be different for different patients. Herewith,
progressive cerebellar ataxia, telangiectasia, infectious syndrome
and increased a-fetoprotein level are observed in all patients.
Case follow-up with A-T allows accumulating clinical data to as-
sess the possible variants of the disease.

Key words: immune system, primary immunodeficiencies,
ataxia-teleangiectasia.

MepBuyHble UMMyHopedmumnTel (MAL) — 3TO reHeTnyeckn
OeTepMUHMPOBaHHbIe 3aboneBaHusi, OOYCMOBMNEHHbIE Ha-
pyLLUEHMEM CIOXHOrO Kackaja peakuuii, HeobXoauMbIX Ans
ANMMUHaLMN Yy>XepOoaHbIX areHTOB 13 opraH1M3ma 1 pa3BuTus
afeKkBaTHbIX BOCNAnMTENbHbIX peakuuit. TUMUYHLIMKU  MpOo-
asnenvamn MWL saesnsaoTcs Tskeno npotekarolme 6aktepu-
arnbHble, BUPYCHbIE U TPUBKOBbIE MHAEKLMW, ayTOUMMYHHbIE
3aboneBaHns M NOBbILEHHAs CKMOHHOCTb K PasBUTUIO 3M0-
Ka4yecTBeHHbIX HoBoobpasoBaHui [1]. B HacTosiee Bpemsi
akcneptammn BO3 BepudmumpoBaHo 6onee 150 pasnunyHbix
dopm MANA. Nx yacToTa 3HAYNTENBLHO 3aBUCUT OT BapuaHTa
nedekta n Bapbupyet ot 1:200-500 (npu cenekTMBHOM fe-
duuute Ig A) go 1:500000 (npn KOMOBUHMPOBAHHBIX UMMYHO-
aedwvumntax) [2].

K nepBuYHbIM UMMyHOAedUUUTAM OTHOCUTCSt aTakcusi-
TeneaHrnaktasusa (A-T) — 3aboneBaHne C ayTOCOMHO-
peLecCUMBHBIM TUNOM HacnefoBaHNA U Tak Ha3biBaeMoW Xpo-
MOCOMHOW HecTabunbHocTbio. A-T Bnepsble onvcaHa Syllaba
K. n Henner K. B 1926 rogy, a B 1995 rogy naeHtugpnumpoBaH
reH ATM (Ataxia-Teleangiectasia Mutated), myTauun kotopo-
ro NpUBOAAT K YacTblM NOMOMKaM XPOMOCOM B numdouuTax,
MHBEPCMU M TpaHCMnoKauuu, 3atparmBalpoLiue y4acTKuM reHoB
T-kneTo4Horo peuenTopa M KOMMneKkca reHoB MMMyHornoby-
TNVHOB, B CBSA3M C YeM HapyLUAeTCst PE3UCTEHTHOCTb Kak K BU-
PYCHBIM, Tak 1 6akTepranbHbiM HEKUMSM [3, 4].

A-T oTHOCUTCSA K 3ab0MneBaHNAM C MySNBTUCUCTEMHBIMU NPO-
ABMEHWAMW, NPU KOTOPOM HabniofalrTcs U3MEHEHUS CO CTO-
POHbl HEPBHOW, UMMYHHOW, 3HOOKPUHHOMN, KOCTHO-MbILLEYHOMN
n apyrux cuctem. OCHOBHbLIMW KITMHUYECKMMMW NPOSBNEHNSMU
A-T aBnAOTCS: NporpeccupyloLlas Mo3XeykoBas aTakcus ¢
paHHero Bo3pacTa, Yalle CO BTOPOro rofa XW3Hu; rnasonsu-
ratenbHble HapyLUEeHUs, AM3apTpus; Mernkne TeneaHrmakTasmm
C TUNWYHON NoKanu3aumen Ha ckrnepax («KpacHble nayykm»),
YLIHbIX paKOBWMHaX, CMWHKE HOCA; HapyLUEHUs NMUrMeHTaumm
KOXW (AenurMeHTaums unm nosiBNeHne NaTeH upeta «kode ¢
MOITOKOM»); UMMYHHas HEAOCTaTOYHOCTb; OTCTaBaHue B ou-
3UYECKMM M NMCUXMYECKOM PasBUTUM, TMIMOTOHAAM3M U MPex-
AeBpemeHHoe cTapeHue [5, 6].

MMMyHHbIe HapyleHns npu A-T xapaktepuayloTcs Auc-
UMMYHOrNobynmHeMuner (Yalle BCEro 3a CHET CEeNeKTUBHOro
aedwuumnta IgA, cHmkeHuns IgE, pexe IgG2, 1IgG4), cHxkeHnem
KonuyecTBa M oyHKUMM uupkynupyowmx T-numdouuntos [1].
Mo gaHHbIM T. E NBaHoOBCKOW M COaBT. [7], npy cungpome A-T
TUMYC PE3KO YMEHbLLEH B pasMepax, Macce U UMEET 4YepTbl He
TOJBKO rMMnonnasun, Ho SIBHOM AUCMNAa3nK, Hapsiay ¢ SiBNeHus-
MU NpeXaeBPEMEHHOr0 CTapeHus (AUCXPOHU3Ma), MpU 3TOM
OTMeYaeTCH NOMHoe OTCYTCTBME TUMMUYeCKnx Tenel. Konnye-
CTBO NMMCOLMTOB B JOMNbKax TUMYyca CHWxeHo. B nepude-
pUYeCKUX NMMAONAHBIX OpraHax — SBMEHWS OMNyCTOLUEHUS
NpenMyLLIECTBEHHO T-30H, B-30HbI OTHOCUTENBHO COXPAHHbI.
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Ona ©GonbHbix A-T XxapakTepHO BLICOKOE copepXaHue
anba-eronpoTenHa B CbIBOPOTKE KPOBU, YTO YYUTLIBAETCA
Kak gnddepeHumnanbHO-gNarHOCTUYECKNIA KpUTEPUIA.

Lienb nccnepoBaHUA: aHanM3 KNMHUKO-MMMYHOMOMMYECKNX
ocobeHHocTern TedeHna A-T Nnpy AnHaMU4eckoM HabnwgeHuu.

Marepuansi u meToabl. o HabnogeHnem Haxoaunmcb 5
naumeHToB (Tabn. 1), U3 HUX 3 MYXKCKOro U 2 XEeHCKOro nona
¢ guarHosom MU, atakcusi-teneaHrnakTasms, KOTopbiin Obin
BepudumumnpoBaH B Bo3pacTte oT 3 o 8 net. AnuTtenbHocTb
HabnogeHus coctaBuna ot 5 go 15 net. Bce nauuneHTbl 06-
crnegoBaHbl MO OOLLENPUHSTBIM CTaHAapTaM, BKIOYABLUMM
aHanu3 aHaMHesa, reHeanorny4ecknx AaHHbIX, OOGbEKTUBHLIN
ocMOTp, nabopaTopHble W MHCTPYMEHTarnbHble MeToabl WUC-
cnegoBaHWs, B TOM YMUCNEe OUEHKY WUMMYHHOrO crartyca wu
MeaWKO-TEHETUYECKME UCCNe0BaHUS.

PesynbraTbl. AHanM3 aHaMHECTUYECKUX AaHHbIX Nokasarn,
4YTO Y BCEX MaTeper naumeHToB ¢ A-T 6epemMeHHOCTb 1 poabl
npotekanu 6e3 ocobeHHocTel. Bce getn Gbinv poxaeHbl B
cpok. Macca Tena npuv poxaeHum coctasuna ot 3000 go 4200 r.
[o Bo3pacTa 1 roga HepBHO-NCMXMYeckoe 1 usnyeckoe pas-
BWTUE COOTBETCTBOBAsNO BO3pacTy. BakuuHauusi B paHHEM
BO3pacTe (8o ycTaHoBneHus auarHosa ML) 6eina nposege-
Ha B COOTBETCTBMM C HaumoHanbHbIM KaneHaapeM NpuMBMBOK
P®, B 6onbLUMHCTBE Cry4aeB — Mo MHAVBUAYaNbHOMY MraHy,
nocTBaKUMHanbHbIA Npouecc y Bcex npotekan 6e3 ocnox-
HeHui. MNpy aHanuse reHeanornyeckoro aHaMHesa 4acTo- U
TshkenobonewLnx poacTBEHHUKOB B CEMbSIX Habnogaembix
NaLMeHTOB BbISIBMEHO He 6bIno.

MHMEKUMOHHBI  CMHOPOM  XapakTepu3oBarcs 4acTbiMu
BUPYCHbIMU MHpekumsiMn pecnupaTtopHoro Tpakta (OPBU) ¢
paHHero AeTCKOro Bo3pacTa BO BCex cryyasx. Y 3 naumeHToB
B Bo3pacTe ot 1,5 00 4 net 6bInun 3aperncTpupoBaHsl peunau-
BUpYytloWwme BakTepmanbHble MHdEKLUMM B (DOPME NMOBTOPHbIX
OGPOHXUTOB, MHEBMOHWIA, Y 1 — peuuanBupyroLLMe THONHbIE
CUMHYCUTBI, OTUTHI, Y 1 — peunamsmpytone adTosHble CTomMa-
TUThI. TSXKECTb MHPEKLMOHHOIO CUHAPOMA Koppenuposana c
BbIPaXX€HHOCTbI0 UMMYHOAedUUNTa, B YACTHOCTH C YPOBHSIMU
MMMYHOINOOYNMHOB B Mria3me KPOBU 1 Noka3aTensiMy KreTou-
HOro MMMyHUTETA.

JleueHne B cnydvasx peumguBupylolmx 6akTepranbHbIX
MHAEKLNIA BKINOYaNo HasHa4YeHne afgekBaTHoOn aHTubakrepu-
anbHOW Tepanuu, 3amMecTUTENbHOW Tepanuu BHYTPUBEHHBIMU
MMmyHornobynmHamu. B HacTosiwee Bpemsa y 2 naumeHToB
MHMEKUNOHHBIA CMHAPOM NpPeACTaBfneH HeyacTbiMU BUPYC-
HbIMU WH(EKUMSIMU, ¥ 2 — MOBTOPHbIMK BakTepuanbHbIMU
VMHMEKUUSAMMN (THOWHbBIE OTUTBI, MHEBMOHMK). Y 1 naumeHTa
TsXKenas nporpeccupytowias bakrepuanbHas MHDEKLUS ABU-
nacb NpUYUHON NeTanbHOro ncxopa B Bo3pacTte 3,5 roga.

HeBponoruyeckas cuMmntTomaTtika BO BCEX CIydasX BKIHOYa-
na NporpeccupyoLLyto MO3XXe4KoBYo atakcuto. Nepeble cum-
NTOMbl B BUAE M3MEHEHWNsI NOXOOKW, NOSIBNEHNs noLuaTbiBa-
HUA Npu xoabbe, cnabocTu, BANOCTU, 3aMeasIEHHOCTU ABUXKe-
HWI, YacTbiX NageHun bl oTMeYeHbl poauTensamMmu 60nbHbIX
B Bo3pacTe oT 1 roga 3 Mec. Ao 5 net. B TeyeHne HeCKomnbKMX
neT YacTb NauueHTOoB Habnioganack ¢ AuarHo3amu aHoManus
pa3BUTUSI TONOBHOrO Mo3ra, cuHapom [leHau-Yonkepa, AeT-
CKU UepebparnbHbIi Napanuy, nepuHaTanbHOe MNopaxeHue
LIHC B chopme MO3XEUYKOBOWM HEJOCTATOYHOCTW.

B panbHelillem HeBponorMyeckMe CUMMTOMbI MpPOrpeccu-
poBanv U NpPOSBMSANMCb BbIPaXEHHOW CTaTU4ecKOW U AUHa-
MMWYECKON MOKEYKOBOW atakcuen, andpdysHoM MbILLEYHON
rMNOTOHWEN, TMNEPKUHETUYECKOW AN3apTPUEN, HUCTarmom K
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1.0. Peuyb 6onbHbIX HEBHATHAs, 3aMeaneHHasi, C arieMeHTaMum
CKaHOMPOBaHWS.

TeneaHrnakTasum UMenu MecTo y BCEX NauWeHTOB B MO-
MEHT MOCTaHOBKWU AuarHo3a, B 2 cry4yasx B BUAE COCYAUCTbIX
3Be3404eK Ha CKrepax C poXAaeHUs, B OCTanbHbIX — MOSBMS-
nuce B Bo3pacTe oT 1 roga 6 mec. Ao 5 neT. NpenmyLlecTBeH-
HO NIOKanM30Banucb Ha ckrepax, Koxe nviua, 3agHen noBepx-
HOCTM Len. Y Bcex NauMeHTOB Ha Koxe Oblnyv OTMeYeHbl nur-
MEHTHbIE NATHA LIBETA «KOE C MOMTOKOMY.

JinmdpounaHble opraHbl y 4acTn GonbHbIX XapakTepu3osa-
nncb runonnasuen TMMyca, yMeHbLLIEHNEM B pa3Mepax cerne-
3€HKW, HEOHbIX MUHAAMNVH, NumdaTnyecknx ya3nos, ageHou-
[0OB.

3nokayecTBeHHbIE HOBOOOPa30BaHWS 3aperncTpMpoBaHbl y
2 HabntogaeMbix naumeHToB. Y 1 6onbHoro B Bo3pacTe 10 net
OMarHoCcTMpoBaH NMMMAEOrpaHyrneMaTo3 C NMOpaXXeHNeM nvM-
¢oy3noB LUeHON, NoAMbILLEYHOW, NaxoBOW rpynn, cpeaocTte-
Hus [lIB n IV ctaguu. Bo BTOpoMm criyyae anarHos numdorpa-
Hynemaros Il cTagmu ¢ nopaxxeHem LUEeNHbIX MM aTnyecknx
y3I0B, NErknx yCTaHOBMNEH B Bo3pacTe 7 feT.

Hanbonee xapakTepHbiM nabopaTopHbiM Mapkepom A-T
SIBNSIETCS NOBbILLEHNE YPOBHS A-(PeTONpOTENHA, CPEAHUN MO-
KasaTernb KOTOPOro B HalleM mccrnegoBaHun coctasun 133,4
+ 25,1 ME/mn.

leHeTnyeckoe nccnegoBaHne ObIIO NPOBEAEHO Y OLHOMO
nauueHTa ¢ A-T 1 GbINoO BbISIBNEHO, YTO HocuTenem reHa ATM
SABNSAETCS MaThb.

VIMMyHOMNoOrmyeckMe HapyLlleHusi XapakTepu3oBarnucb Ha-
pYLUEHMEM KIETOYHOrO M rymopanbHOro 3BeHa MMMyHUTETa.
Y BCex naLneHToB MMENO MECTO CHUXKEHWE KOnn4ecTsa nnm-
¢oumToB (CD3+, CD4+, CD8+), gucummyHornobynuHemus,
KoTopas y 2 nauMeHTOB XapakTepu3oBanacb CENnekTUBHbLIM
aedvumtom IgA, y 3 — Hr1skum yposHem IgG.

Y pebeHka ¢ netanbHbIM MCXOAOM MMMYHHbIE HapyLLEHWs
ObinnM 0BycCrnoBreHbl 3HAYUTENBHBIM CHIDKEHUEM KONUYecTsa
numdouunToB (CD3+, CD4+, CD8+) n NK-knetok (CD56+), oT-
cytcTuem IgA, peskum cHmkeHnem yposHs IgG o 3,9 r/n, npu
3TOM MMen MecTo BblCOKMI ypoBeHb IgM — 10,2 r/n. Ho, co-
rMacHoO COBPEMEHHBIM AaHHbIM, Y 80% 6GonbHbIX ¢ A-T obHa-
pyxuvBaeTcs (PyHKLUMOHaNbHO HEMOMHOLEHHbIA, MOHOMEPHbIN
IgM [6].

Takum 06pas3om, KnMHWYeckue nposieneHust A-T MoryT oT-
nuyatbes y pasHbix 6onbHbIX. [pu aTOM MporpeccupytoLas
MO3XEYKoBasi aTakCUs W TerneaHrmakTasun, noBbILLEeHHbIN
YPOBEHb O-(hbeTonpoTenHa OTMEYaTCsl Y BCEX MaUMEHTOB. Y
YacTn BONbHbIX BbICOK PUCK Pa3BUTUS 31TOKAYECTBEHHbIX NUM-
donaHbIX HoBoOGpa3oBaHMin. VIHEKLMOHHBIN CMHAPOM npea-
CTaBIEH NPEUMYLLECTBEHHO MOBTOPHbLIMWU BUPYCHBIMU U1 Oak-
TepuanbHbIMU NHAEKLNAMU PECNNPATOPHOro TPaKTa, TSHKECTb
KOTOPbIX KOPPENUPYET C BbIPaXXEHHOCTLI0 UMMYyHoZeMUMTa.

Mony4eHHble B xoO4e AMHAMUYECKOro HabnoaeHus gaHHble
CornacylTcs C UMEKLMMUCA B HAyYHOW nutepaTtype AaHHbI-
MU. HecmoTpsi Ha HeEGNaronpPUSITHLIN NPOrHo3 B GOMbLUMHCTBE
cnyyaeB MWL, a cpegHssi NPOAOIPKUTENBHOCTb XKU3HU BOonb-
Hbix ¢ AT cocTtaensieT 11 nert, cpeau HabngaeMbIx HaMu na-
LuMeHToB ABOoe — B Bo3pacTe crapuwe 20 net (23 un 25 ner).
CBoeBpeMeHHasn auarHocTvka, afeKkBaTHOe JNledeHne, a Takke
npaBubHO OpraHM30BaHHOE ANCMNaHcepHoe HabnaeHne Bpa-
YaMu pas3nU4YHbIX CreumanbHOCTEN YBENMUYMBAET MPOLOIMKU-
TENbHOCTb XWU3HN GOMbHbIX C A-T 1 yny4dllaeT ee Ka4ecTBo 3a
CYET CHWXEHUS YaCTOTbl U TSPKECTU MHPEKLMOHHBIX OCITOXHE-
HWUA.
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