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Pe3iome

ATakcusi-TesieaHrusKrasus (cungpom Jlyu-Bap) — re-
HeTHuecKoe 3abojieBaHMe, Hac/lelyeMoe o ayTOCOMHO-pe-
L[eCCUBHOMY THITy, XapaKTepu3ylolleecss HapylleHUeM pe-
rapanuu Aie30kcuprubonykienHoBol kucaotsl (AHK). Kiu-
HUYeCKH TPOSIBIISETCS aTaKCHel BC/IeICTBHE MO3)KeUKOBOH
JlereHeparuy, TeleaHrnIKTasuen, TsoKeIbIM UMMYHOehH-
LIUTOM, TIPeJPacroN0oKeHHOCThbI0 K OHKOJIOTHUeCKUM 3a00-
JIeBaHUSIM U TOBBIIIEHHON UyBCTBUTE/JBHOCTBIO K pajua-
LJUOHHOMY BO3feiicTBht0. [IpU3HaKM M CHMITOMBI 3TOTO
MepBUYHOT0 MMMYHOZedUIUTHOTO 3aboseBaHUsl OTHOCH-
TeJIbHO Crieli(UYHBI, OJHAaKO pa3HooOpa3ue TeueHHs 3a-
OosieBaHVsl, MHO)KECTBEHHbIE HEBDOJIOTMYECKHE CHMIITO-
MbI ¥ BapuabenbHOCTh KJIMHUYeCKHUX 0COOEHHOCTeN 4acTo
NIPUBOZAT K 3aM03/a/0i JUarHOCTHKe U Heb1aronpusTHo-
My MPOTrHO3y. 37ieCb Mbl NIpefCcTaB/sieM KIMHUYeCKUN CITy-
yait curgpoma JIyu-bap y 8-neTHero narpieHTa, y KOTOPOTO
pacIIMpeHHbIM JUarHOCTUYeCKUH TIOMCK B KOHEUHOM HTO-
re MpuBes K NpaBUWIBHOMY AWarHo3y. IlepBbie HeBpOJIOTH-

YyeCcKHe CHMITTOMBI TIOSIBWIMCH B BO3pacTe 3 MecCsLeB, K 2
rogaM chopMHUpOBaIUCh KOCOJANOCTb, KOCOI/Ia3ue, Hey-
CTOMuMBas NIOXojKa U HapylleHusl peud. PeGeHoK peryssip-
HO JIeUWsICs B HEeBPOJIOTMUYECKOM OTAeneHUd. VIMMyHHas
IUuChYHKIMS TIPOSIB/SIaCh ayTOMMMYHHBIM (FOBEHUTbHBIHN
PEeBMATOMHBIN apTPUT C MOpa)KeHHeM CyCTaBOB) U ajuiep-
TMUeCKUM (ajuiepruueckuii KOHBIOHKTUBUT M a/UIeprusi Ha
YKYCbl HaceKOMbIX) CHH/[POMaMH, a TaK)Ke YaCTbIMU HH-
(heKIMOHHBIMU 3a60/1eBaHUsMI U BepU(ULUPOBaHHON I'ii-
norammarsiobynmuHemueii. B Bospacte 8 seT manueHT Obin
HarpaB/ieH Ha 00cjiejoBaHHe B OTJe/leHHe MMMYHOJIOTHUH
HMMULI um. OImutpust Porauesa, rae Ob110 POBeAEHO TIOJI-
HODK30MHOe CeKBeHHPOBaHHMe U OOHapy)keHa TeTepo3u-
rotHasi myTtauust B rene ATM ¢.5932G>T, p.(Glul978Ter),
YTO TMOATBEPAW/IO aTaKCHIO-TeleaHIMIKTa3ulo (CUHAPOM
Jlyu-Bap).
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ATAXIA-TELANGIECTASIA (LOUIS-BAR SYNDROME):
A CLINICAL CASE
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Abstract

Ataxia-telangiectasia (Louis-Bar syndrome) is a genetic
disorder inherited in an autosomal recessive manner, char-
acterized by impaired deoxyribonucleic acid (DNA) repair.
Clinically, it manifests as ataxia due to cerebellar degener-
ation, telangiectasia, severe immunodeficiency, a predispo-
sition to cancer, and increased sensitivity to radiation expo-
sure. Signs and symptoms of this primary immunodeficiency
disorder are relatively specific; however, the diversity in dis-
ease course, multiple neurological symptoms, and variable
clinical features often lead to delayed diagnosis and an un-
favorable prognosis. Here we present a clinical case of Lou-
is-Bar syndrome in 8-year-old patient, in which an extended
diagnostic search ultimately led to the correct diagnosis. The
first neurological symptoms appeared at the age of 3 months

with the formation of clubfoot, strabismus, unsteady gait, and
speech disorders by the age of 2. The child has been reg-
ularly treated in the neurological department. Immune dys-
function was manifested by autoimmune (pauciarticular ju-
venile rheumatoid arthritis) and allergic (allergic conjuncti-
vitis and insect sting allergy) syndromes, as well as frequent
infectious diseases and verified hypogammaglobulinemia.
At the age of 8, the patient was sent for examination to the
Department of Immunology of the Dmitry Rogachev Na-
tional Research Medical Center, where full-exome sequenc-
ing was performed and a heterozygous mutation in the ATM
€.5932G>T, p.(Glul978Ter) gene was found, thus confirming
ataxia-telangiectasia (Louis-Bar syndrome).

Keywords: ataxia-telangiectasia, Louis-Bar syndrome,
immunodeficiency, ataxia, phakomatosis
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BBepgeHue

@®akoMaTo3bl — 3TO TeTeporeHHasi TpyIra Ha-
C/Ie[ICTBEHHBIX HEUPOKOXKHBIX 3ab0/eBaHuM, OT-
JIMUMTE/IbHOM YepTOil KOTOPBIX SIB/ISIETCS TOpake-
HUe NIPOM3BOJHbIX IKTO/IePMbI — KOXKU U ee JlepU-
BaTOB, HEPBHOM CUCTEMbI, CeTYaTKH, BUCL|epasb-
HBIX opraHoB. K rpyrme ¢akoMaTo30B OTHOCUTCS
cuzpoM Jlyn-bap, niy arakcus-TesieaHrMo3KTa-
3us [1]. ATakcus-Te/leaHTHOIKTa3us SIBISIETCS ay-
TOCOMHO-peLleCCBHBIM  3a00/1eBaHNEM, KOTOPOe
XapaKTepu3yeTcs pa3BUTHeM HelpojereHepaljuu,
TpU3HaKaMu HUMMYHOJedUIUTa, PaJUu0dyBCTBU-
TebHOCTbBIO, TIPeJPACIIONOKeHHOCThI0 K DPa3BU-
TUIO OHKOIIATOJIOTMU [2]. ATakcusi-TeJeaHTMO3K-
Ta3us 00yc/ioBneHa MyTauusMu reHa ATM (atax-
ia-telangiectasia mutated), pacrosioykeHHOrO Ha
xpomocome 11g22-23 [3]. Benok ATM mipe[icTaB-
JisieT cob0M CepUH-TPEOHHUHOBYIO KHMHA3y, KOTopast
aKTUBHUpYeTCs py pa3pbiBax Huteit [THK u doc-
(hopuMpyeT HEeCKOJbKO KJTHOUEeBbIX OeNKOB. JTu
Genky, B CBOIO OYepeZib, MHULIMUPYIOT OCTAHOBKY
KJIETOYHOI'O LIMKJIA, 3aryckaror pernapauuto JHK
Wy arnonTto3. HapyieHue 3Toro nporjecca mprBo-
IUT K abeppaHTHOU mnposudeparuu KIeToK, UTo
KJTMHUYECKU TIPOSIB/ISIETCS] BEICOKOM UYBCTBUTETb-
HOCTBIO K [IUTOTOKCHYe CKOMY 3 (eKTy HOHU3UDY-
IOLL[Er0 W3/Iy4YeHUs], BbIPA)KEHHOM XPOMOCOMHOMU
HeCTabWIbHOCTBIO, YMEHBILEeHHEM [JIUHBI TeJ0-
Mep xpomocoM [3]. ITpu myTauusix rena ATM cHU-
YKaeTcst KOJTMUeCTBO KOJMPyeMOoro UM bestka U rpo-
WCXOJUT €r0 MHAKTUBAIMsA. JTO BeleT K cO0t0 Mmpo-
neccoB penapatmu JIHK, HapyllieHHIO K/1€TOYHO-
O LJMKJIa, TI0flaB/IeHnIo anonTo3a. Kak criefcTsue,
MOT'YT BO3HUKHYTb HapyllleH!s] HOpMa/IbHOI'O TIpo-
1jecca OHTOTeHeTHYeCKOU MepecTpoiiKy reHOB UM-
MYHOITIOOY/TMHOB, Be/lylljie K TeHeTU4eCKod He-
CTabUILHOCTY UM KaHLeporeHesy. HapyiueHuve cu-
CTeMbI ariornTo3a OTBETCTBEHHO 3a TOBLIIMIEHHYIO
Pa/IMOUyBCTBUTE/IBHOCTb TOMO3WIOT U Crierudu-
YyecKyro rubesb KIE€TOK MAalMeHTOB, BEOYIIYIO K
1jepebeIsSpHON aTakcuu, aTpoduu TUMYyCa, JTUM-
(hoLUTOTIeHMM M HEeJOCTATKy 3apOJbILIeBbIX Kje-
TOK [3].

Kpome TOro, K/I€TKM MJ/IEKOTUTAIOMIUX, JIU-
1eHHbIe QYHKI[MOHA/IBLHO aKTUBHOTO Oefka ATM,
VMEIOT TIOBbILLIEHHbIe YPOBHU aKTMBHBIX (HOpM
KUCJIOpO/ia U Jiesieli MUTOXoHpuaabHou THK B
00s1acTH, KOAIUPYIOIIel LIUTOXPOM C-OKCH/Ia3y, UTO
TIPUBOJUT K HAPYIIeHUIO aHTUOKCUIAaHTHOM (DyHK-
ovu [2].

UacToTa BCTpeYaeMOCTH aTaKCHUHU-TeeaHTHo-
9KTasuu Kojebercs or 1:40 000 mo 1:100 000 [3].
BonesHs mposiBasieTcs, ecv MyTaLUIO CcofepyKatr

oba asenst rena ATM. T'eTepo3UroTHbIe HOCUTe-
JIW, KaK MPaBWJIO, 3[0POBBI, HO Oosiee CK/IOHHBI K
Pa3BUTHIO 3/10KaueCTBEHHBIX OITyXOJield, UeM JIto-
[, He nMeroLe MyTtaiuu B rede ATM. JKenuum-
HBI-HOCHUTE/IM 0COOEHHO YacTo I0JBep)KeHbI pas-
BUTHIO paKka MOJIOUHOI1 >kesie3bl. Kpome Toro, y Ho-
cuTesie TaKuX MyTalliii TIOBBILIIEH PUCK Pa3BUTHS
CepJieYHO-COCYAUCTBIX 3aboeBannii [4].

Haubonee dacTo BCTpeYArOLIMMCS TEPBBIM
CUMITOMOM SIBJISIETCST aTaKCHsl TIPU X0/b0e, ofiHa-
KO y UeTBepPTH MaljeHTOB Ha NepBblii I/1aH BbIXO-
AT pyrve KAMHU4YecKue rposisieHust [5]. Ilpu
poXJeHUH OOJIBIIMHCTBO [eTell He OTIMYaIoT-
Cs1 OT CBOMIX 3/]0POBBLIX CBEPCTHHKOB [0 MOMEHTa
Havaja CaMOCTOSATeNbHON X0[b0bI. [lepBbie CUM-
MITOMBI B BUZIE€ TY/IOBUIIIHOM aTakCUW HabIOar0T-
Cs1 B BUJle upe3MepHOil HecTabu/IbHOCTH TYJIOBU-
111a ¥ TOJIOBBI B TOJIO’KEHWUU CHZSL U CTOSI, JIErKOM
WA yMePeHHOU MPOKCUMAaIbHOM THUIIOTOHUM, UC-
TIOJTHUTETbHOW MeI/INTeIbHOCTY B BEPXHUX KO-
HEYHOCTAX W MaHWUMy/sILusx o0bekToB. Hauaso
X0[b0BI MOXKET XapaKTepHU30BaThCsl aTaKCHUeCKOM
TOXOZIKOM C pacIlMpeHHbIM OCHOBaHMeM. HeBpo-
JIorhyeckasi CUMIITOMaTHKa IporpeccupyeT C BO3-
pacToM, MOSIB/ISIOTCS HENIPOX3BOJIbHBIE [IBHKEHHS,
XOpesi, aTeTo3, JUCTOHUS M MHOKJIOHHS, TPEMOP,
T71a30/jBUTaTe/IbHasl anpakcysi, Aucdarus, Iepu-
(hepuueckast Helipornatysi. JJaHHbIe CUMITTOMBI CO-
NIPOBOXKZAIOTCSL pPa3BUTHEM €1ab0CTH, MBIILIEYHON
aTpo¢uM, CEeHCOPHbIM Je(UIUTOM, OTCYTCTBHEM
rybokux pediekcoB. BoMbIIMHCTBO JieTel Tepsi-
10T HABbIK CaMOCTOSTeILHOU X0zib0bI K 10 rozam.
[Tpu 9TOM y MaryeHToB, Kak MpaBWIO, HeT TsDKe-
JIBIX KOTHUTHBHBIX HapyllleHWH B [eTCTBe, OfHa-
KO IIpY NPOrpeCcCUpOBaHny HelipoJereHeparjuy oT-
MeuaeTcs yXy/lleHrne KOTHUTUBHbIX (GYHKLWH [6].
MoryT BO3HUKHYTb TPYAHOCTH C peubto. [lu3ap-
TPHUsI OTMeUaeTCsi Kak MepBoe KJIMHUUeCKOoe TIPOsiB-
nerne B 9% citydaes [5].

TesleaHrMO3KTa3uKu Ha OynbOapHON KOHBIOHK-
THUBe — BTOPO NMAaTOrHOMOHUWYHBIN IPU3HaK 3a-
GosieBaHUsI, KOTOPBIH OOBIUHO €0HOTUPYET BCIef
3a K/IMHUUECKUMH TIPOSIBIEHUSIMH aTakCUU B
3-5-neTHeM Bo3pacte 6e3 yxyziieHus 3peHust. Te-
JIeaHTHO9KTa3m! (JI0KaJbHOe paclvpeHue Karlui-
JISIPOB Y MEJIKUX KOHLIEBBIX apTepHii) TOSIB/ISIIOT-
Cs1 Ha yuacTKaX KOXKH, MOZIBepraroluxcsl Bo3zel-
CTBHUIO COJIHIIA, TAaKUX KaK JIMLO U yIId, obHapy-
JKMBAIOTCsl Ha BHYTPEHHUX OpraHax, HalpuMep, B
MOYEeBOM ITy3bIpe [6].

[ GOMBHBIX —aTaKCHeW-TesleaHrHoIKTa3uei
XapaKTepHO HapylleHre MUTMeHTal| KoKW B BU-
Jle TISITeH «Ko(e C MOJIOKOM» WIM B BUJe BUTHU-
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JIMro. DTH CHMITOMBI CBSI3bIBAIOT C HapylleHHeM
muddepeHIMPOBKU MeIaHOIUTOB, (GrubpobIacToB
Y KePaTUHOLMTOB Tipu MyTaruu ATM Geska [7].

Y 6o/bHBIX aTaKCHUeH-TeleaHrnosKTasuel o6Ha-
py’KeH fle(beKT Mepesjauy CUrHasia yepe3 peLienTop
CD3, uto 006yc/oBnvBaeT HapyieHue (QyHKLIAU
T-nmumdonuToB. Takke ecTh AaHHBIe 0 AedeKT-
HOU Tiepejjaue CUTHA/IOB uepe3 B-KieTOUHBINM aH-
TUTeHHBIN PeLieTITop, UTO MTPUBOAUT K HapPYILIEHNIO
TYMOpa/IbHOTO OTBeTa. JlaHHble HapylleHUs Be-
JYT K TUIIOYYBCTBUTEIBHOCTH TPaHCMeMOpaHHOM
repesjauyd CUTHAJIOB, MPUBOAsIeN K HapylleHUIo
Kak K/IeTOYHOT'0, TaK ¥ I'yMOpParbHOr0 UMMYHHOTO
otBeta [2]. IMMyHHBIe HapyIlIeHUs], BbIIBIsIEMble
y 60% mnalueHToB C aTakCUeWl-TeneaHrMn09KTasu-
ell, XapaKTepu3yl0TCsl HU3KMMU YPOBHSIMU OZJHOTO
WIN HeCKOJbKUX WM30THIIOB MMMYHOITIOOY/IMHOB,
HecroCcoOHOCTBIO TeHepUpOBaTh CrelpryecKUi
OTBET aHTUTeJ Ha BaKLMHBI, a Takxke JuMdorie-
HUel, 0cobeHHO 3aTparuBaroied T-TuMQOIUThI
(TIpenMyI1leCTBEHHO 3a CUeT CHIKEHHs KOojuue-
ctBa CD4+ kyieTok). Y HeGO/bIIOro Yncsia naru-
€HTOB C cuHZpoMoM Jlyu-bap MoryT Hab/mopaTbCs
TIOBBILIeHHbIe YPOBHU IgM B couetanuu c fedu-
uutom 1gG w/umu IgA, cawkenue IgE [6]. [ToBbI-
meHre TobKO IgM ¢ M3MeHeHHeM ero (yHKI[HO-
Ha/bHOW aKTUBHOCTHU Habmogaetcst y 30% 60/1b-
HBIX aTakCHel-Te/leaHruosKrasuei [7].

Y GOJBILIMHCTBA Jofiell C aTakcHeli-Te/leaHruo-
9KTa3Well HMMYHOJIOTUYeCKde HapylleHus He
YXY[LIAIOTCSI C TeUueHWeM BpeMeHM, HO IpUMep-
HO y 10% pa3BuBaroTcsi 6omee cepbe3Hbie pobite-
MBI, Yallle BCero CBsI3aHHble C FYMOpa/JIbHbIM UM-
MYHHUTETOM. YMEHbIIAeTCsl KOJUUECTBO HOBBIX
B-num@onuToB, MOKUAAOIMX KOCTHBIM MO3TL, U
HOBBIX T-TMMQOLMTOB, CUHTE3UPYEMBIX B TUMY-
ce, CHWKaeTcsl 1o HauBHBIX B- u T-mumdoru-
TOB, YMEHbILIAeTCsI perepTyap aHTUTeHHBIX peLiern-
TOPOB, TakK KakK HapyluaeTcs pekoMbuHarwsi-V (D)
J T- m B-K/IeTOUHBIX peLenTOpoOB TpU JedeKTe
ATM-6enka [8].

[TomuMo yuvacTusi B afanTHUBHOM WMMYHHOM
otBete, ATM 6efloK HeoOXoAuM [ijisi Peryssitiuu
BPOXKJIEHHOTO MIMMYHHOTO OTBeTa. B HOpMe aKkTHB-
Hele (OpMBI KUC/IOpoga akTuBupyroT ATM-KrHa-
3y, KOoTopas rozassisieT sKkcrpeccuto reHoB NF-kB
(370 (hakTOp TPAHCKPUIILMM, KOHTPOIUPYIOLIUA
5KCITPeCCUI0 TeHOB MMMYHHOI'O OTBeTa, arornTo3a
Y KJIeTOUHOTO0 L|MK/1a; HapylueHue perynsauuu NF-
KB BbI3bIBaeT BOCTaseHWe, ayTOMMMYHHBIE 3a60-
JIeBaHWsI, @ TAaK)Ke Pa3BUTHe BUPYCHBIX MHMEKIMH
W 3710KauecTBeHHOM mposmdeparmu). IIpu Hapy-
nieHud QyHKIMU ATM-KuHa3bl COOTBETCTBEHHO

HapyllaeTcsi KOHTPOJIb BOCIHA/IUTEIbHBIX U OKHC-
JIUTENIbHBIX TTPOLIeCCOB B K/IeTKe, UTO NPUBOAUT K
TIOBBIIIIEHHUTO TTPOBOCTAINTE/IEHBIX [IUTOKUHOB IL-
8 u IL-6 (3amMeueHO TOBBIIIeHHe y OOTBHBIX aTak-
cuel-TesleaHrMo0dKTaszuel ), mo/iiep>KUBaroIUX CU-
CTeMHOe BOCIajeHue. JIUTeNraibHble KIeTKH
[bIXaTelbHBIX TyTel MalieHTOB C aTakChei-Te-
JIeaHTHMO9KTa3Mel TakoKe XapaKTepu3yroTCs MOBbI-
IIeHHBIMUA YPOBHSIMU TTPOBOCTIA/IUTE/IBHBIX ILJUTO-
krHOB IL-8 u TNF-a (dakTop HeKpo3a OmyXoJu
— anbda), IpU 3TOM 3HAUUTE/IbHO IOBbIIIIEHa UyB-
CTBUTEJIBHOCTb K OKHMC/UTENbHOMY CTpPeccy, uTo
00yC/IOB/IBaeT TIOBBILLIEHHYI0 BOCIIPUUMYKBOCTD
TMalieHToB K PeCrpaToOpHbIM MH(MEKIUSIM, CII0-
COOHBIM TIPOAYLMPOBATH AKTHUBHBIE (HOPMBI KHC-
JI0pojia, HarpuMep, Streptococcus pneumoniae [2].
KnuHnueckue mposiB/ieHUs UMMYHOJe(ULIUTHO-
TO COCTOSIHUSI BK/IIOUAIOT: peliiVBUPYIOLIe WH-
(hexMM BepXHUX M HIDKHUX [IbIXaTe/bHbIX ITyTel,
CHHYCHUTBI, OTUTBI, THEBMOHMH. XPOHHUECKOe 3a-
GosieBaHMe Jierkux pas3BuBaetcs bosee uem y 50%
MaleHTOB W TIPOSIB/ISIETCS] 3aTsDKHBIM  KalllJleM,
TIpY NIPOTPeCcCUPOBaHUU OCJIOKHSIETCS] MHTePCTU-
L[Ua/TbHOM MTHeBMOHUelH, OPOHX03KTaTH4eCcKoi 60-
ne3HbI0, (prubpo3om serkux [7].

O6Hapy>xeHo, uTo pu feduiure ATM cHuxe-
Ha tpaHciaokausas GLUT4 (MHCY/IMHO3aBUCUMBII
6e/I0K-TIeEPEHOCUMK [VTFOKO3bI), UTO MPUBO/MT K pe-
3MCTEHTHOCTH K MHCY/IMHY U Pa3BUTHIO CaXapHOIo
muabera. ATM 6e/noK Urpaet BaXkKHYO POJib B pe-
T'YIMpOBaHUM MeTaboyM3Ma, TIpU HapylIeHWH ero
GbyHKIMM HaOJHOZIAeTCsT MOBBIIIIEHHBIH MeTabou-
YeCKHUd CTpecc, BK/IIOYasl yBeTndyeHHe MPOBOCa-
JIUTENIBHBIX 1JUTOKWHOB, CHIDKEHHWEe JKCIIPeCcCUd
AHTMOKCH/JaHTHBIX reHoB [2]. Takum obpasom, cu-
CTeMHOe BOCIajleHhe U OKHUC/IUTeNbHBIN CTpecc
00yC/IOBNMBAIOT MAaTO(QU3UOIOTHI0 MHOTMX 3a00-
JleBaHUM TIPM aTaKCHHU-TeIeaHTMOKTa3nH, TaKHX
KakK: TIOBBIIIEHWe PHCKA Cep/ieuHO-COCYAUCTHIX
3a00/1eBaHUM, HEAKOTOJIbHBIN CTeaToremnaTuT, 3a-
Jlep)KKy POCTa, MHOKeCTBEHHYHO 3H/IOKPHUHHYIO
JUCQYHKLMIO, TIpeKeBpPeMeHHOe CTapeHue U Jip.
Y yacty 60JIBHBIX Pa3BUBAIOTCS SHAOKPUHHBIE Ha-
pyILeHNSs], CBsi3aHHbIe C Ae(UIIUTOM TOPMOHOB T'H-
nor3a, KIIMHUYECKN 3TO TIPOSIB/ISIETCST HU3KOPOC-
JIOCTBIO, TUTIOTOHAU3MOM [7].

JItopy C arakcueii-TesleaHTMOSKTasuel HMe-
0T TOBBILIEHHbIN PUCK Pa3BUTHSI ayTOUMMYHHbIX
WJIM XPOHUUECKUX BOCIIA/IUTEIbHBIX 3a00/1eBaHHH.
OTOT pUCK, BEpPOSITHO, SIB/ISIETCS BTOPUYHBIM 3(-
(exToM MX MMMyHOze(HULIMTa, a He TOJIBKO TIpsi-
MBIM CieficTBUEM oTCyTcTBUs Oesika ATM. Haubo-
Jlee pacrpoCTpaHeHHble TIPUMepbI TAKKUX Hapylile-
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HUM TIpM aTaKCUU-Te/leaHTMO9KTa3uy BKJIIOUAIOT
ayTOUMMYHHYIO TPOMOOLIUTOIIEHHIO, HEKOTOpbIe
¢opmel apTpuTa ¥ BUTUAMTO [8].

[Tpn HapyueHuu QyHKUHMOHUPOBaHUS Oesn-
kKa ATM cTaHOBUTCS HEBO3MOKHBIM afleKBaTHbII
OTBeT KjeTKM Ha nospexzeHve [THK, uto npu-
BOJUT K HaKOIUIEHUIO HeperaprpyeMbIX MOBpex-
Jeanit [THK. B 3Tux yc/10BUSIX pe3KO IOBbILIAeT-
Cs1 PUCK KJIeTOUHOHW TpaHC(OpMaLi UM BeposiT-
HOCTBb OBICTPOTO Mepexofia K COCTOSHUIO Heobpa-
TUMOTO TpeKpallleHusl posudepaLuy, To ecTb K
TIpeXXjeBpeMeHHOMY KJ/IeTOUHOMY CTapeHHuto [9].
[To3TOMY MaLyeHTHI C aTakcuei 6osiee BOCIIPUIM-
YKBBI K MOHW3UPYIOLIEH paJuallii ¥ UMetoT boree
BBICOKWI YPOBeHb 3a00/1eBaeMOCTH PAakKOM (PHCK
npumepHo 25% B TeueHue >KWU3HH). JIumdombl 1
JIeliK03bl UaCTO BO3HUKAIOT Y JItOfieil B Bo3pacTe Jj0
20 nieT, TorAa Kak B3pOC/ble BOCIIPUMMUUBBI KaK
K MMMGOUHBIM, TaK M K COMUJHBIM OIyXOJISIM,
BKJTFOUAst paK MOJIOYHOM sKesie3bl, TIeUeHH, XKemy/-
Ka U ruimeBofa [6].

B 3aBHCHMOCTH OT CTerneHH HapylieHUst (QyHK-
1y ATM-KrHa3b! BbleJISIIOT K/IaCCUUeCKYy0 U Ba-
PUAHTHY!O (aTUMUUHY0) (OPMBI aTaKCUU-TeleaH-
ruoskrasum. Kiaccryeckasi arakcusi-TesleaHrno-
5KTa3usl TIPOSIB/ISIETCS TSDKETBIM (DEHOTUIIOM U, TI0
olLleHKaMm, BcTpevaeTcst ¢ yactoroi 1 Ha 300 000.
IIpu K1acCHYeCcKoM THIIe TIOJTHOCTbIO OTCYTCTBYET
akTUBHOCTb ATM-KrHa3bl, UTO KJIMHUYeCKU I1po-
SIBJISIETCS] TSDKEJIBIMU HEeBPOJIOTYeCKUMU CUMIITO-
MaMy, BKJIFOUAIOLIMMH MO3KEUKOBYIO aTaKCHIO,
5KCTpanvpaMu/iHble HapyIIeH!s, JIa30/iBUTaTeb-
HYI0 JUCIPaKCHI0 W MojuHelponaruio. [Ipopon-
JKUTeNbHOCTh JKW3HU TIPU KJIacCHueckoi Qopme
aTaKCUM-Te/leaHrM03KTa3nu B CpeJjHeM COCTaBlIsl-
er 30 JieT, JieTasIbHOCTE 00y C/IOB/IEHA OC/IOKHEHH-
sIMH B BHJie 3/I0KadeCTBEHHBIX HOBOOOpa30BaHUI
WY AbIXaTeJbHOM HeI0CTaTOYHOCTH B pe3y/bTa-
Te YaCThIX TSDKEJIBIX CHHOITY/TbMOHA/TBHBIX MH(EeK-
Luii. Bropasi gopma aTtakcuy TesieaHTHO3KTa3uu
— 3TO BapuaHT C HEKOTOPOW COXpaHHOW aKTHUBHO-
cTbi0 ATM-K1Ha3bl ¢ Oosiee JIeTKUMH HEBPOJIOTU-
YeCKHMH ¥ IMMYHOJIOTMUeCKUMU TIPOSIB/IEHUSIMH,
C MEHBILINM PHUCKOM CHUCTEMHBIX OCTOXHEHWH U
60/TbILIeH TIPOZIO/KUTETBHOCTRIO XKu3HU [10].

OnucaHue cnyyasn

Ha KoHCynbTaLuio K auieprosory-uMMyHOJIO-
Iy HEBPOJIOI'OM HarpasJ/ieHa JeBouka 8 siet. Ha mo-
MEHT 0CMOTpa: >Kajio0bl Ha TIepUOoiUuecKre BO3-
HUKAIOIe TOKPaCHeHUs U IlesylleHHe Ha Koxe
BOKPYT PTa, CyXOCTb KO)KHbIX TOKPOBOB, Ha/lMuue
0YaroB rurnepnurMeHTanuu («Kode ¢ MOIOKOM»),

0611yt0 €1ab0CTh, IATKOCTh TPU XOAbOe, Mepuo-
[JUuecKye TiaZieHus: Oe3 TIOTepy CO3HaHMsI, He MO-
KeT JI0/ITO CUJIeTh B OJJHOM 103e, KPYITHOpa3Mallu-
CThble JBWKEHUS, Ipexo/siiiee KOcornasue, TpeMop
TOJIOBBI U PYK.

AmnamHe3 >XU3HU: peOeHOK OT repBoii GepemeH-
HoCTU (TIpOoTeKaBIllell Ha ()OHe yTpo3bl MpephiBa-
HUsI B TIEPBOM TPUMeCTpe), Pr310I0rHIecKrux po-
0B Ha cpoke 39 Heziennb. Macca Tesia TIpu pox/ze-
nHuu 3350 1, gvHa Tea — 50 cm. OrjeHKa I10 IKaje
Arrap 7/8 6as0B. BakiyHarus o HarjuoOHa/IbHO-
My KaJ/leH[japlo BbINOJIHSIACk IO TPeX JieT, TIoc/ie
He NIPOBOJM/IACh 110 MeJULIMHCKHAM ITPOTHBOIIOKA-
3aHusM. VIH(}eKI[MOHHbIN aHaMHe3: 0CTpasi peCru-
paropHasi BUpycHasi uHdpeKLus 2—3 pasa B rof. An-
JileproaHaMHe3: UHCeKTHasl ajjieprus, rnepuosuye-
CKM a/l/Iepri4eCcKUi PUHUT U KOHBIOHKTUBUT Oe3
BbISIBJIEHHBIX TPUUMHHO-3HAYHMMBbIX aJl/IepreHoB.
HacnencTBeHHOCTb IO IMMYHOJIOTHUECKHAM U OH-
KOTeMaToJIOrueCcKUM 3a00/1eBaHUsIM He OTAToLIle-
Ha.

AmnamHe3 3a00/1€BaHUs: TIEPBbIe HEBPOJIOTHUE-
CKHe CUMIITOMBI OTMeUeHbl B BO3pacTe 3 MecCsILIeB,
Korzia peGeHOK CTas IJIOXO Y/ep>KUBaTh TOJIOBY,
MosIBWJIach ObIicTpasi yTomsisieMocTsb. K 2-netHeMy
BO3pacTy MpOrpeccrpoBasia KOCOJANoCTh, MIaT-
KOCTb MOXOJKH, B CBSI3U C UeM pery/sipHO HaXOAU-
Jlach Ha JieueHWY B HEeBPOJIOTMYeCKOM OT/e/leHUH
¢ fuarHosoM «Pe3njyanbHO-OpraHryeckoe ropa-
)KeHUe 1leHTpa/lbHOM HepBHOM CHCTeMbl TMITOKCH-
YyeCcKH-MILIeMUUeCcKoro reHesa, aTOHWYeCKH-aTak-
TUYeCKUU CUHAPOM». ViMMyHHast auchyHKIUs fe-
Ol0THpOBana ayTOMMMYHHBIM U ajllepridecKuM
CUH/IpOMaMH: B BO3pacTe 3 JieT IOCJIe TepeHeCceH-
HOT'O0 OCTPOT0 TOH3W/UIUTA MOSIBUINUCH 00/b, 0TEK
I-1I manblieB mpaBoi CTOIBI, C BOB/IEUEHUEM Jie-
BOrO TOJIEHOCTOITHOTO U TPaBOTO KOJIEHHOTO CY-
cTaBoB. JIabopaTOPHO BBISIB/IEHO MOBBILIEHNE PeB-
MaToOMJHOrO (hakTOpa, TUIOraMMario0yTHHeMus
(IgA — cneppr (1,4-1,9 r1/n), IgM — 2,2 t/n (0,9-
1,2 r/n), IgG — 6,0 r/n (10,5-12,5 r/m)). YcraHOB-
JieH fuarHo3 «[layliMapTUKy/AsIpHBINA FOHOILLIECKUH
apTpUT, aKTUBHOCThL 1, peHTreHosloruueckast CcTa-
nust 1». Ha done 6asucHol Tepanuu MeTOTpeK-
€aToM JIOCTUTHYyTa CTOMKasi pemuccus. B Bo3pac-
Te 4 j1eT BIiepBble OTMeUeHbl CHMIITOMBI ajljiepru-
YeCKOro KOHbIOHKTUBUTA U UHCEKTHOM ajljiepruu.
C 6-1eTHero Bo3pacTa OTMeYarOT MOsiB/IeHHE 10
Tejly TUINEPIUIMEHTHPOBAHHBIX IISITEH Herpa-
BUJIBHOM (POPMBI I[BETa «KO(e C MOIOKOM».

Ha mpoTsbkeHHU BCero BpeMeHM Mama YKa3sbl-
BaeT Ha MPOrpecCMpoBaHHe HEBPOJOTMUEeCKON
CUMITTOMAaTHKU: MOSIBU/IOCH CXOAsIIleecst KOCorya-
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31e, TPeMOP T'OJI0BbI M KOHEUHOCTeH, YXY/LINIach
peub. Ilo ganHeiM MPT romoBHoro mo3ra (mapr
2022 r., BO3pacT 8 jieT) BIiepBbIe BBIsB/IEHA AWQ-
(y3Hasi KOPTHUKO-CYOKOPTHKAJIbHAsT aTpO(usi MO3-
)Keuyka. BEBIMOHeHO MO/IHO3K30MHOe CeKBeHUPO-
BaHUe, BbISIB/IEH BapHMaHT HYK/eOTHAHON Mocie-
noBarenbHOCTH B 10 3k30He reHa BSCL2 B rete-
PO3WTOTHOM COCTOSIHMHM — MyTallWsl paclieHeHa Kak
«BEPOSATHO TIATOTEHHAs». YCTAHOBJEH [IMarHo3
«[lucTanbpHasi MOTOPHAsT HEHpOTaTHsi».

B 2022 1. (8 nieT) Haxo[uMach Ha CTalMOHap-
HOM JIeUeHUH C IMarHo3oM «/leTckuii 1iepebpasib-
HBI Tapanny, arakcudyeckas gopma Ha ¢oHe op-
TaHUYEeCKOTO TIOPa)KeHUsl IeHTPaJbHON HePBHOU
cucrembl». KimHuuecku ormeueHbl: AuddysHast
MBIIIeUHAast TUITOTOHUS, HapyllleHue KOOpAWHALIT
[BIWKEeHUH, peub CMa3aHHasl, C HellpaBU/IbHBIM I10-
cTpoeHneM (pa3, 3aMefileHHOe TPOM3HOLIEHUe.
B cBfi3u ¢ rpoBezieHreM KOMILIEKCHOTO 0bciieso-
BaHMs, MOZ03PEeHNEM Ha aTOMMUecKUd [|epMaTwr,
Ha/jMuveM B aHaMHe3e yKa3aHWsl Ha ayTOMMMYH-
HYIO MaToJIOT 10, Ae(ULUTOM UMMYHOT/IO0Y/THHOB
A npu naboparopHoMm 00cC/e0BaHUN KOHCY/IBTU-
pOBaHa aj1y1epro0roM-MMMYHOJIOTOM, 3ar0fl03peH
TepPBUYHBIN UMMYyHOebUINT, cuHApoM Jlyn-bap.

[ns nanpHelero obciejoBaHKsl U OTpesieie-
HUs TAKTHKY Teparnyy HarpaB/ieHa Ha TOCITUTa M-
3aLMI0 B oTAeeHre uMMyHosiorun HMUALL IT'ON
uM. [Imutpust PorayeBa. Pesynbratsl UMMYHOJIO-
rudyeckoro obcnenoBanus (sHBaps 2023 1.): IgA-
cnepnpl (1,4-1,9 r/m), IgM — 0,26 /a1 (0,9-1,2 t/n),
IgG — 6,65 r/n (10,5-12,5 r/m); CD3+ - 55% (68—
78%), CD4+ — 23% (40-48%), CD8+ — 25% (20—
30%), CD3+CD16+/CD56+ — 24% (9-12%), CD
19+ — 14% (5-10%) - B UMMYHHOM CTaTyce: Ha-
pyllieHHe Mpollecca co3peBaHUus U updepeHLU-
poBkH T-MMQOLMTOB, 3HAYUTE/BHOE CHIDKEHHE
VIMMYHODETY/IATOPHOTO WHJeKCa, CHIDKEHWe CO-
Jep)KaHUsT OCHOBHBIX KJ/IaCCOB MMMYHOTTIOOY/U-
HOB. 3apervcTpyMpoBaHO 3HAuMTebHOE TOBBILIe-
Hue anbda-petonporerHa — 304,7 ME/mn (Hopma
7o 7,29 ME/mn). Onpesienero cofepkanue TREC
-0 (3,6x10% 4,4x10%), KREC — 5,9x10! konuii Ha
10° nefikouuros (2,1x10%*4,1x10%). TREC u KREC
SBMSAOTCS KomblieBbiMu THK-cTpyKTypamu u 00-
Pa3yroTCs KaK TIOOOUHbIHN TIPOAYKT (hOPMUPOBAHUS
crneuguueckux perentopos T- u B-numgonuros.
Bnarozapst ux cTabuIbHOW CTPYKTYpe U JIOKalu-
3aliy BHYTPH sifipa UX KOJMYEeCTBO MOXeT OBITb
U3MepeHO B mepudepuuecKoil KPOBH CITYCTS [JTU-
TeJIbHOE BpeMs T0Cjie OKOHYaHus AuddepeHim-
poBku KieToK. CHwkeHue ypoBHs TREC u KREC
SIB/ISIETCSI KOCBEHHBIM OTpa)keHWeM JMM(OoreHn!

Y HapylleHus co3peBanus T- w/um B-mumdorm-
ToB. TakKe BBINIOJIHEH T€PECMOTP TOJTHO3K30M-
HOTO CeKBeHMPOBAaHMSsI, BBISIB/IEHAa MyTalyisl B TeHe
ATM ¢.5932G>T, p.(Glul978Ter) B rerepo3urot-
HOM COCTOSIHWH, KOTOpasi OIMCaHa y MalleHTOB C
aTakcueii-reneanruskrasueit (cuaapom Jlyu-bap),
YTO TMOATBEP)K/aeT paHHee IpeAroaraeMblii Au-
arHo3.

O6cyxpaeHune

C/OXKHOCTb MAaTHOCTHUKHU aTaKCHU-TEeJIeaHTHO-
9KTa3WM 3aK/IouaeTcss B 6osibiioil BapHabenbHO-
CTH CPOKOB BO3HMKHOBEHUA CHMIITOMOB U pa3H0i71
CTereH!n MX BBIDA>KeHHOCTH. B JaHHOM K/IMHHUYe-
ckoM ciydae auddepeHIaTbHO-AUAarHO CTHYe-
CKUI TIOUCK A0J/Iroe BpeMsd MpoBOAWJICA B PaMKaAX
HEBPOJIOTUUECKOW CUMITTOMATHUKH, TaK KaK KIHHH-
YyecKue MpOSIBIeHNST UMMYHHOU JUCGHYHKI[UN Obl-
JIY BbIPA)KeHbI €/1ab0, UTO OTCPOUMIIO TTOCTAHOBKY
AViarHO3a W HayvaJio Teparvi BHYTPUBEHHBIMH NM-
MYHO/IO0Y/THHAMH.

3akniouyeHue

CBoeBpeMeHHast AMarHOCTHKA aTaKCHU-TeJleaH-
TMO9KTa3UM T03BOJISIeT INPeJOTBPAaTUTb Pa3BUTHe
TSDKeIbIX MHGEeKLUUA W yIydlIUTh KauecTBO JKH3-
HH, a TaK)Ke HauaTb reHeTHYeCcKoe KOHCY/IbTUPOBa-
HHUe CeMbU U TIPOBe/IeHWe MepOIpUSITHI TI0 TIpo-
(hUIaKTHKe OHKOJIOTUU.

Bpemst Hauana pasiuMuHbIX MPOSIBIeHUN U Obl-
CTpOTa MPOTpeCcCHpOBaHHsI 3a00/1eBaHUS IPUBOZSAT
K (DeHOTHUIMUYECKON W3MEHUHMBOCTU ero TIPOsiBiie-
HUH B /leTCKOM Bo3pacte. Korga nvMmyHozebunyiT
SIBJISIETCS] TIePBBIM TPHU3HAKOM, TIPH OTCYTCTBUH
Kap/IMHa/MbHbIX K/IMHUUECKHX HeBPOJIOTHUeCKUX
NIPU3HAKOB TIOCTAHOBKA JUarHo3a KpaiHe 3arpy-
HUTe/bHA. HeBposornueckue MposiB/IeHUsT MOTYT
TIOSIBUTBCS TTO3Ke, UeM peLiuIUBUpYIOLIre HHeK-
L[UM, YTO TIPUBOZAWT K HEMpaBWIBHOMY [HMarHosy
WM TI03aHeMy fauarHo3sy. [To3ToMy y maijieHToB
C TpU3HaKaMHd HMMMYHOZe(UIUTa U HeBPOJIOTH-
YeCKUMH HapylIeHUsMU j1abopaTopHasi MpoLeay-
pa [o/DKHA BKJIIOYaTh, Hapsifly ¢ UMMYyHOJIOTHYe-
cKuM 00c/ie/joBaHKeM, aHanu3 anbga-heronpore-
uHa [6].

OTMeueHO, UTO yallle BCEro aTaKCHIO-TeJleaHT v-
09KTa31I0 OIIMOOYHO pacLieHUBAIOT Kak JIeTCKUM
1jepeOpasbHBIN napanuu. [1oCKo/bKy 3a/iepskKa B
Pa3BUTHH TPOSIB/ISIETCS TI€PBOM, M/IaZIeHLy CTaBsT
1jepeOpasbHBIN Mapaauy [0 TOro, Kak pacro3HarT
arakcuro. OGHapy>KeHOo, UTO KIaCCUUeCcKue CTydan
[IMarHOCTUPYIOTCST B Cpe/iHEM B Bo3pacTe 6 JeT,
a bonee msrkue hopmbl — B Bo3pacte 20-30 seT. [5].

92



OYHAAMEHTANIbHAS

TOM 10, N2 1, 2025 N KTNHUYECKAS MEAULWHA

ANNEPronorna n UMMvHosnoruns

©] .-

ITpu paHHOM K/IMHWYECKOW mpobsiemMe Ha 00-
IyI0 BBDKMBAEMOCTb OOJIBIIOE BIIMSHUE OKa3sbl-
BaKOT PaHHSsI MMOCTAHOBKA /TUAarH03a, CKPUHWHTO-
BbIl OHKOTIOMCK U Ha3HaueHHe MoJJepKUBatOIIeH

Teparnyuu BHYTPUBEHHbIMM MUMMYHOITIOOY/TUHAMM,
TI03BOJISTFOIIME TIPEJOTBPATUTD PeLUANBLI UH(EK-
LMW ¥ MpPOrpeccUpoBaHUe WMMYHOOMOCpe0BaH-
HOM T1aTOJIOTHH.

Bknap aBTOpOB

3aiineBa Haramusa CepreeBHa & — pa3spaboTka KOHLENIMH U [u3aii-
Ha UcciefioBaHus, c60p ¥ aHa/u3 JaHHBIX, MTOZTOTOBKA TEKCTa PYKOIIHCH,
TI0/THAsl OTBETCTBEHHOCTB 3a COZieprKaHue.

Cene3neBa Osibra CepreeBHa — pa3paboTka KOHLETILMH U AW3aiiHa UC-
criefioBaHys, cOOp 1 aHa/U3 JJAHHBIX.

CkyparoBuu Mapusi BuktTopoBHa — c60p U aHa/nu3 JaHHBIX, TIOATOTOB-
Ka TeKCTa PyKOIIHCH.

JlunarHukoBa $IHa BukropoBHa — c60p ¥ aHa/M3 JaHHbIX, TOrOTOBKA
TeKCTa PYKOIIHCH.

Bce aBTOpHI yTBePAMIN OKOHYATE/IbHYIO BePCHIO CTaThH.
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